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CKbNu NpUATENN U KONery,

JbnrooyakBaHMAT COOpHUK or TpeTta HaUMOHa/IHA
KOHdepeHUMs 3a peaKkn 6onectn n NekapcTea cmpaum e Beve dakr.

Undpute ca noBeye OT nokasaTeNnHU — 163 yyacTHMUM,
BKAOUNTENHO odMUMANHM roCcTU OT [apnameHTapHaTa KOMUCKUA NO
3gpaseonassaHe, M3 n H30K ce BkatouMxa B NOCNe4HOTO n3gaHue Ha
HaunoHanHaTa KoOHpepeHUMA 3a peaKkn 6onectTM 1 NeKapcTea cnpaum.
CbbMTHETO U3NBAHU CBOSITA OCHOBHA 33aZla4ya — Aa cbbepe n 0606um
HarnacuTe W BWXAOAHUATA 3@ EKCNepPTHUTE LEHTPOBE MO peaKu
bonectn y Hac. Mmaliku npeasup, WMPOKUA CNEKTbP Ha peakute
3abonaBaHMAa M npobnemute, CBbP3aHM C TAX, € TPyAHO Aa ce
noaxoan yHUGUUMpPAHO MO TO3M BbNpoc. HesaBucMMO OT TOBQ,
YCNOBUA KATO MYATUAUCLUUNAMHAPHOCT, NPU3HAT eKcnepTeH OnuT U
penytauua, paboTta B mMpera C ApyrM NOA0OHM HAUMOHA/NHW U €BPONENCKU CTPYKTYpW,
CbTPYAHMYECTBO C NALMEHTCKM OpraHn3aummn 6saxa egMHOAYLWHO NOCOYEHU KATO 3a4b/IKUTENHN
npu o603Ha4yaBaHeTO Ha Te3W LieHTpoBe. Helwo noseye, MeXXayHapoAHUAT ONUT e4HO3HAYHO e
AO0Ka3an CMUCHbAA U NOA3UTE OT TaKMBa OPULIMANHU 34PABHU UHCTUTYLMKU — NO-A406p0 KavyecTBo
Ha NIeYeHNEeTOo U rpuKKuTe, No-gobpa opraHM3auma Ha MeANUMHCKUTE AeUHOCTU, No-ePeKTUBHO
n3nonssaHe Ha pUHAHCOBUTE CPEACTBA 3a peaKu bonectu.

Bux nckan pga 6narogapa Ha BCUMYKM NEKTOPU, KOUTO M3NOXKMXA CBOUTE BUMKAAHUA U
npeanoXeHma no Tasn Tema. Te ca 0cobeHO LEeHHM, 3alL0TO ca N104 Ha AbAroroAuLLEH ONUT U
3HaHMsA, KOUTo obesaTeNHo TpabBa Aa ObAAT 3a/10XKeHU B 6bAel,ata HopMmaTMBHA pPamKa Ha
eKCMepTHUTE LEeHTPOBE No peaKkn bonectn B bbarapuma. BaxkHo e cblLLo Taka Aa 6bae oT4MTaHo
M MHEHWETO Ha MaUMEeHTUTE KaTo UEHTPasNeH M Hal-Ba)KeH efnemMeHT B cucTemaTa Ha
3apaBeona3BaHeTo. bnarogapa Ha HauuoHanHWA anmMaHCc Ha xopaTta C peaku bonectu, Ha
pPasNNYHUTE MNaUMEHTCKM OpraHus3auMm U rpynu 3a NOAKpena, KOUTO CblLO aKTUMBHO B3exa
yyactTme B AMCKYycuuTe. MHOro nos3oTBOpHO 6€ M NpUCHLCTBMETO Ha NpeacTaBUTENIN Ha
Komucmsata no 3apaBeonasBaHe Kbm  HapoaHoto cbbpaHue, MUHKUCTEPCTBO  Ha
3ApaBeona3BaHeTo M HauuoHanHaTa 34paBHOOCUIypuUTenHa Kaca. OTKPUTUAT U NbJAHOLEHEH
AMaNnor Mmexay BCUMUYKU 3aUHTEePEeCcOoBaHN CTPaHU e Hal-eDEeKTUBHUAT NoAxXo4 MO OTHOLWEHME Ha
peakute 6onectn. He Ha nocnegHo MACTO, MCKam Aa b6narogaps Ha BCUYKM y4acTHUUM B
KOHpepeHUns — Kofermte OoT MeAMUMHCKUTE YHUBEPCUTETU U YHUBEPCUTETCKUTE 60onHMUM,
CTYAEHTUTE MO MeAMUMHA U NpeacTaBUTeNNTe Ha meauuTte. Bcekn Mma cBoAa MHAMBUAYaNEH
NPUHOC KbM 0bLLLaTa HM Kay3a U BCEKM NPUHOC € BaXKeH 3a KpaiHuAa ycnex. baarogaps Bu!

Bspeam, ye TpeTa HaumoHanHa koHdepeHUMs 3a peaKkn 6onecTm n nekapcTsa cMpaum e
OTroBOpM/Ia Ha O4akBaHMATa BU 1 BCeKM Hamepun OTrOBOPM Ha BbNPOCUTE, KOUTO FO Bb/IHYBAT.
HapsaBam ce, ye 3aegHO Aa NPOABL/IKMM ychewHaTa paboTa no npobnemuTte Ha peakuTe

6onectn B bbarapus!
) ' 4

Mpod. A-p PymeH CtedpaHoB, Am
Mpeacepaten Ha BAINOH
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PEIIYBAUKA BBATAPHUA
MHUHUCTEPCTBO HA 3APABEOITA3BAHETO

10
YYACTHULMTE B
3" HAUMOHAJIHA KOH®EPEHLIUS

3A PEAKHW BOJIECTH U JIEKAPCTBA CHPALLN

YBAXKAEMH ITPOD, CTED®AHOB,

YBAKAEMMU JAMH U T'OCTIOIA,

M3KII0UMTENHO MU e NPUSATHO Ja 103/paps yyacTHuiuTe B 3 Haruonaina
koudepeHlns 3a peAKn OONeCTH M JeKapeTBa CHpalld W Jia OTIpaBs CBOMTE Hail—
HCKPEHH [oMKeNanns 3a ycrneisa padbora.

Temata 3a pemkute OoslecTd e TBbpAE akTyanHa, Thil Karo or Tax ca
3aCEeTHATH MalKka 4acT OT HACENeHHETO, HO Mopaad TAXHATA CIeUddHKa ca che
CePHO3HM 3IAPaBHHM, COLMATHN 1 HKOHOMHYECKH TTOCIIE/ACTEHA, KAKTO 33 DOTHITE |
TEXHMTE cemeficTBa, Taka H 3a usioTo odulecTBo. JuarHocTHuMpaHero w
JIEYCHUETO WM BCe OIllle € [PeIU3BHKATeNCTBO 34 JICKApUM M MEIHIHHCKH
CHEUMANUCTH, 38 COLMATHH CIYKHTeIH U naurenTr. OsnangasaneTo Ha Homectra e
CEpHO3HA OTTOBOPHOCT B npodecHoHalleH ¢ MOpadeH aclekr. 3arosa
PBKOBOJACTBOTO Ha MMUHHCTEPCTBO Ha 3IpaBeolla3BaHeTO HACOYMBA YCHIMATA CH

KbM Cb34aBaHe HA ]'IO-,EOGPEI 3aKOHOBa ypeqﬁa, KbM OCHIYpsBaHE Ha NOAKperna 3a
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HaydHOW3CJel0BaTelicKaTa IeHHOCT W KBM HamallfgBaHe Ha peikuTe 3adossBaris
4pe3 NPOBEKIaHe HA CKPUHUHT, PAHHA AIMATHOCTUKA U CHBPEMEHHO JIeHeHue,

Temara, ofexkT Ha 3anmoyBallara IHeC KOH(MEpPeHINs — eKCHepTHHTS M
peiepeHTHH [IEHTPOBE Mo peiku DoJecTH, € B TMOMOI HAa Te3W HallW el .
YRepena cwnM, Ye Ha HacToANWs (GOpPyM BOJEUIMTE MeIHIIMHCKH eKCrepTH,
pafoTem B Ta3u cepa e MpeAcTaBAT Pe3yATaTHTE OT CBOATA elKelHeBHa
NPaKTUKA M Haii-Beue BU3MATA CH Kak TpabsBa na ObmaT opraHusupand M
MPUIOKEHH B buhorapws  eBponefickuTe  KpuTEpHM W TIPENopbku  3a
(PYHKIMOHMPAHETO HA eKCNepTHH M pedlepeHTHH LIEHTPOBE [0 pPeiku DoiecTw.
Voenena c¢sM, ue 3a Beeku oT Bac pabGorata npe3 Te3w nsa OHM me Ownae
U3KIIOYHTETHO [TOJIe3Ha KaKTO B NPOoQeCcMOHaleH MiaH, Taka 1 3a M0CTUraHe Ha
nocTaBeHaTa 0T OpraHusaTopure uen  — OBATapcKUTe JCKapH W TAUHCHTH,
ObJITapckoTo 00WIeCTBO Aa HamepsaT e(HUKAcHO M YCTOHUMBO ypewxaaHe Ha
npobiema ,,peaku donecTu”.

Ha sewakn yuacTHuum B 37 HaunonaiHa KongepeHuns 3a peaxu Gonectu 1

NEKapCTBd CHpAlN NOYKeNaBaM 3/IpdBC H MHOTO HOBH T[pO(l)eCHOHL‘UJHH _VC[IEXU!

// \l .'/’ A

Voo .
\ \
14.09.2012 r. JECUCJIABA S‘&TAHACOBA
Cothus MUHHUCTDHP HA 31PABEOIIAZBAHETO
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[TO3APABUTEJIEH AJIPEC

A0 OPTAHIBATOPHTE I YYACTHHUNTE
BT HAIHOHAHA KOHOEPEHILIA
3A PEAKH BOIECTH ILIEKAPCTBA CHPALLI

14 =15 cenremseu, re, [1oBAMB

VBawaemu xoaeeu,
Hamu 1 eocnoda,

AkagemuuHara oOmHocT Ha MeouIIHMHCKMN Yuusepcurer - I10BAMB BHCOKO
teHn paboTata Ha ,bbiarapckara acotmanms 3a nmpomouys Ha obpasosanne 1 Hayka”
M MHUIIMATHBATA 33 MPOBEXKAAHETO Ha TO3H 3Ha4uM pOpyM, KOMITO 3a TPeTH ropeacH
BT CEOMpPa eHeprus, CbMULLTEHMLLI 1 IPOdecHOHaTMCTH,

B Ob/iente me noaKpenaMe no-HaraTrblIHOTO pazeuTie Ha “VIHdopmarmonis
UEHTHP 33 peakn DoslecTH 1 IeKapeTsa cupauu” i yOUTHATA MY KbM Cb3/laBaHe Ha
eKCIIepTHU  LeHTpoBe B crpaHara. [IwTAT KBM TOBa 3amo4yBa ¢ AHelIHaTa
KOHpepemsaA - TA ¢ PelaBalaTa nbpsa Kpadka. CUIYPHM cve, Ye TTOCTHIAHETO 11a
Ta3u Lel HAMA Ja npuiuda Ha De3obnaumo mbTellecTsie, TO MIe MMa CBOMTE
KPUTHYHI  TOYKHM, HO ¥ CBOWTe BB3XOmWM. [Ipubinuanero mHa ekcoeprw 3a
KOMTITTeKCHEH HOIX04 KbM [1aJieH npodjeM BMHAI'M e Hai-100poTo pelmenmue M Hite
cMe yBepen, ue 1le cTUrieTe 10 Hero.

Haencrsoro va bbarapusa s EBponiefickus ¢bro3 M NPOM3THUALLOTO eBPOTIENCKO
CbTPYAHMYECTBO HM  JaBa 'HOBM Bb3MOXKHOCTH 3a eduKacHO w3l10/13BaHe Ha
HaTpVIaHuUTe MO3HAHMA M NPOBEKIAHETO HA TOYMHA W YCIIelIHa Tepanvis Ha peKuTe
saboaasaris. lanyenTime ¢ pe/ikin 3aG0BaNIs MMAT CBLIOTO PaBo Ha JTedeHMe,
KaKTO BCEKH OPYT MALWEHT; Té MMAaT ChIIHTe BbIIPOCH I MCKAHMS, CBLIHTE TPEBOIM 1
OYaKBaHMsE, KAKTO BCEKH APYT MaLeHT M HI1e MMaMe KBM 51X ChLINTEe 331/ KeHMs 1

OTTOBOPHOCTH, KAKTO KBM BCeKH Apyr Hall rnayeqT.
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HKemnas ycreiiHa PﬂﬁOTd Ha CI)OPY\IJ, 3dI1I0TO HAMMPAHETO [Ha aJATOPHTBM 3a
C(B3[1dBaHe1T0 B ELJI'.IPIEH Ha excnepniin HeHTpoBe 1o pefiku DO/TeCTH e € OT [10.13a ke
CaMoO 3a nalMeHTuTe, HO M 3a TIOBeleHHeTo M (LCTOAHMETO Ha Hamero Gﬁlth‘C'[ BO B
OTHOIMEHMETO MY KbM r[pOﬁJ'lEM[li"t‘ tia XopaTta € peiIKH 3aboaBaHMsL.

He ce CbMIIABaAM, He 1L MMaTe MHTePeCcHM cpemy m pesyararii OQUCcKycHH,
KOHMTO [1Ia J0BeaaT 1o KOHCEHCYCHH pelleni. BﬂPB&l\i, Ue OHelrHaTa cpela uie Obae
BasKila CTbhIIKAa B YCBBBPHICHCTBAHETO Ha eaMHIIATa 06LL[0€BpUHEl_lCKﬁ paMKa 3a

peakure BomecTit.

Heaas moaszorsopua padoral

IMpod. a-p Credpan Kocranes, an

PEKTOP
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YHUBEPCUTETCKA MHOTOMPO®UIHA BONTHULUA

3A AKTUBHO NEYEHWE ,CBETW FEOPIWU” EA[Q

YMEA/
‘CBETH FEOPTH"EAA
MACBAWE

JTOBDPABHIMEAEH ADPEC

VBAKAEMHA TTPOD. CIMIEDAHOB,
VBAKAEMH DAMIH H TOCITODA,

Om umemo na PvKpsodcmeomo na Vuusepcumemera Mozonpoguana
boanuua 3a axmueno rewenue ,Ceemu Teopzu” EAD - Jlrosdus, cvpienno
Bu nosdpasseam mo  caywair JIPEIMAIMA  HAUHOHANHA
KOHPEPEHUHT 34 PEDKH BOAECTHH H AEKAPCITBA
CHPALLH.

H3Karouumerna padocm 3@ Mew e, we nawusm Opesew u Kpacus zpad
Jlr060us, e OoMAKUH HA MOBA npecmuXuo cbbumue, HACOUEHO KbM

excnepmuume u peepenmmu uenmpose no peoxu borecmu.

TloKeAQBAM HA 6CUMKE YHACTIHULY NOA3OMBOPHY KoHPepenmuu Onu!

JIPOP. D-PAHTEA VAHKOB, D.M.H. 1
3a Hanvanumeren oupexmop na YVMBAA ,Ceemu T eopzﬁ%ﬁ@, zp. JTa0e0us
]
N -

~ A
“

-10-
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Cecua l
EKCnepTHUTE UeHTpoBe
no peaku bonectu —
NOJIUTUKKU U CTPaTEernun

Mogpgepatopu: Npod. PymeH CredpaHos, Aou. aHet pyaesa-lNonosa

» EBONOLMA U CbBPEMEHHO CbCTOAHME HA KOHLEeNUuuUATa 3a
eKCNepTHUTE UEeHTPOoBe No peaKku 6onectu
Mpo¢. PymeH CredpaHoB

» EKcnepTHUTe UeHTpoBe No peaku 6onectu — no3numna Ha
MeAULUHCKUA cnelmnanmuct
Oou. Pagka TuHueBa

» EKCcnepTHUTE UeHTpoBe No peaku 6bonectn npes nornega Ha

nayueHTa
Bnagumup Tomos

-11-
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Esontouua u cbBpemeHHo
CbCTOAHME HA KOHUenuuarTa
32 eKCNepTHUTE LLeHTPpoBe No
peaku 6onectun

Npo¢. Pymen CredpaHoB

KpaTko npeacraeaHe

YneH Ha PaGioTHata rpyna no peaku Gonectu (Task Force on Rare
Diseases) Kbm EBponeidickaTa Komueua, 2004 — 2009

YneH Ha UHTEp AU CLIMNAWHAPHWUA KOMUTET Ha Ve AYHapoAHUA
KOHCOPLIMYM 32 Hay4HM W3nceasaHKa 8 o6nacTTa Ha peaxkTe Gonectn
{IRDIRC) kbm EBponelickaTa Komucua

YneH Ha YNpasuTeNnHUA CbBET Ha LieTpanHo- U M3TouHOEeBponelickaTa
reHeTUYHa mpexa (CEEGN)

UneH Ha YnpasuTenHus cbeeT Ha MekayHapogHOTe oBLLecTBO 3a peku
6onectm (ICORD Society)

Npeaceaaten Ha PabGoTHaTa rpyna No W3roTBAHETO Ha HaLkoHanHaTa
nporpama 3a peAkU 601ecTH Kbm VMIKHUCTEPCTBO Ha 3apaBeonasBaHeTo
YneH Ha PaGoTHaTa rpyna no U3roTeAHeTo Ha CbobLLeHHeTOo Ha
EeponelickaTa Komucksa 3a pegrute Gonectu (COM/2008/679)
YJyacTHWK B NpoeKTH Ha EBpaneiickna cbioz 3a peakuTe Gonectn —
Orphanet, EUROPLAN, BURQOL-RD, EPIRARE

3al10 eKCNepTHU LeHTPOBe No peaKH Gonectu?

+ MNauMeHTUTE ¢ AafeHa paaka bonect
ca Manke Ha 6poi, HO MeAULIMH CKuTe
CNeLUaAMCTH C ONUT N NO3HAHMKA 33
Tasu pAAKa BOAECT ca OlLe NO-MAAKO.

+  MaTepyanHuTe U HOBELLKK pecyper
33 peaKuUTe HONECTH C3 OPraHKMeHHU,
3aToBa Te Tpabisa Aa Gbaar
OPraHW3WPaHU NO TAKbB HAa4UH, Ye
nauMeHTUTE ¢ peaku Gonecn pa
NOAYy43aBaT BbIMOKHO Hal-edrKacHN
TPUHKN.

X 3‘:/:

NbpenTe oPULHUANHKM €KCNEPTHH LLEHTPOBE NOo
peaku 6onectn

Hopeerua — eKcnepTHATE MEAMLMHCKN YCAYTU 33 XOpa C pedku 001ecTU 1
TEXHWTe CemMECTBA Ca NPUOPUTETHa 06AacT B NPaBMTENCTBEHUTE
NAAHOBE 33 PexabUAMTALMA U MHTErPaLMa Ha XOpa cyepexaanua {1990-
1993 v 1994-1997).

Anec s Hopserna uma 16 AbpKaBHO GUHAHCUPaHK eKCNePTHU LeHTpoBe
3a peaku Bonectu, 12 oT KOWTO Ca ¢ HALMOHaAeH OBXBAT M NpeJocTaBAT
EeKCNEPTHHM YCAyri 3a Hag, 16 000 gywm 1 3a Hag, 300 pazanyHK pegKu
3aBonAsaHuA.

3a pa 6bAe AageHa pAaka 604ecT 06eKT Ha BHUMAHWE HA TAKBE LEHTBP,
T Tpabea fa Hbae BpoAeHa, BOAELLA A0 KOMNAEKCHU YBPEXKAAHHA U A3
HMa HeOBXOAUMOCT OT MYATUAM CLIWNAMHAPHK W
MEKAYMHCTUTYLIMOHANHU YCAYIU.

ExCcnepTHUTE LeHTpoBE ca agy or 8NACTH NO
MecTa, Ho ca GMHAHCKPAHW HPe3 eAHO MO AULLIHK TPAHTOBE OT AbPHABHUA
GrogkerT.

EKcnepTHNTE LeHTPOEE NO peAKN BoNecTH AHeC

+ EKCMEpPTHM LEHTPOBE 3a peJku 601ECTU ca OGULIMANHO O3HAHUEHU B &
eBponenckn CTpaHn:

- Bennkobpuranusa {50-60 ueHTpa)
— Hanua {Z uentbpa)

— Menanma {62 ueHtbpa)

- Hopsgerwa {16 ueHTbpa)

— ®paHyma {131)

— Wrtanus {250 perMoHanHu LeHTbpa)

+ B M3rouHa EBpona Mma Noao6HU LLEHTPORE NOYTK M3LANO Ha Baza
penyTaumna. M3knoyeHue ca Yexua, YHrapua, Xbpeatua M PymbHua,
KbJETO OTAEMHU LIEHTPOBE te NOA3BAT C YACTHHHO NPU3HaHWe OT
34PaBHMTE BACTH, HO He ca Dd)MLlMﬂlIHD 0603HaYeHM KaTo eKCnepTHKU No
peakn bBonectu,

EBPONerCKUAT CBI03 M eKCNepTHUTE LieHTpOoBe 33
peaKKn 6onectn

KpuTepuuTe 3a odULMaNHO 0Bo3HaYe Hie BAPUPAT B pazAMyHUTe CTPpaHM-
UIeHKK, HO MO/IBUTE CA E4HN U CBILM HABCAKbAE:
- no-go6bp A0CTbN A0 AeHeHKe
— MaKcMMaaHa edeKTMBHOCT Ha pasxoauTe
— no-ao6pu 3HaHUA U oby4eHue
3aTOBa W Ta3M KOHLLEMLWA € KNKHOBA B NOAWTHKATA Ha EC No oTHoleHWe
Ha peakuTe BonecTH
— TMNpenopbKa Ha CbeeTa Ha EC 3a AeiicTeKe 8 o6nacTTa Ha pegkuTe
Gonectn (2009/C 151/02) (8 toHu 2009)
— [MpeKTMEa 3a ynpa:KHABaHEe NPaBaTa Ha NaLMeHTUTe NpU
TPAHCrPaHWUHHO 3ApasHo o6caykeaHe (2011/24/EU) (9 mapT2011)

3apase 3a pacTex — 3-Ta nporpama 3a Agelicteue Ha EC 8 obnactta Ha
3apaeeto (2014 — 2020)

XopuzoHT 2020 — PamKoea nporpama Ha EC 2a HayKa U MHOBALIMK
(2014 - 2020)

KaKgeo ce cnyusa y Hac?

+ Ha NpaKTUKA EKCNEPTHU LIEHTPOBE CHLLECTBYBAT:
- HedopmanHa fepapxna Ha MEAULMHCKUTE @KCMEPTH — BOAGILM
M3cneaosateqln M Nnpenoaasatesnin
— TeXHWMECKa NAATHOPMA — YHUBEPCHUTETCKH KAMHUKW WU HaLMOHANHK
LEHTPOBE ¢ A0BPe PA3BUTH YCAYTH M HAYYHOM3CAS AOBATEACKHN ONUT
+ Kato neveBHu 3aBeaeHud 3a oBydenue (YMBAS) o6aue, Te3u LeHTpOBE
4ecTo ce cBABLCKBAT ¢ orpaHnie HM Glogwern {H30K), aAMMHUCTPATUBHN
MPEUKM NPEA KIUHWIHUTE M3CNEABAHWA U T.H.
* QOcHoBeH I'IpOGI'IENI npeg tax e, 4ye MHOrNo YecTo OCTaBaT HEBWA MMM 33
CHCTEeMaTa W Hali-Bede 3a naluyeHTUTe. KoeTo oT cBosA CTpaHa rm AMwWasa
OT BBb3MOYKHOCTHTE 3a:
- CHTPYAHKHMECTBO € NCAOCGHW MHCUTYLIMK Ha eBponeiicko HUBO
- yyacTue e pedepeTHU MPeKU
- NOAABLPHAHE HA ONEPATHBEH KaNALKTET W EKCNEPTHU NC3HAHKA
— OCKIYPABAHE HA AOMBAHUTENHG PHHAHCUPAHE NO AMHUA Ha EC

Tpabea nu ga 6bAAT 0dULMANHO 0603HAYEHH
eKCNepTHMTE LeHTPOBe 3a peaku Bonectn y Hac?

OTrosapsAHe Ha HYKAWTE Ha XopaTa ¢ pefiku 601ecTi U TeEXHK cemelicTea

OTroBapfHe Ha UM Ta Ha EBPONENCKOTO 3aKOHOAATENCTBO
Ycnoeus 3a no-a06pu 3apasHU yeayri
Ycnosusa 3a no-ao06po meguLMHCKO ofy4eHue

Yenoeua 3a no-Ac6puU Hay4HU U3CneABaHUA

KAK?

1. JonbNHeHWe Ha 3aKOHa 3a 34paBeTo (pasgen IV)
2. HapepBa 3a ck3aaBaHe U hyHKUMOHUPaHe Ha
eKcrnepTHU LeHTpoBe 3a peaxku bonectu (M3)
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EKcnepTHUTE LeHTpOBe
no pepku 6onectn —
no3mnuyma Ha
MeAULUHCKUA cneyuanuct

Aou. Pagka TuUH4YeBa

KpaTKo npeacTaBaHe Ha AeKTopa

* HauasHWK KAKHKMKa NO NeanaTprA 3a JeYeHHWe Ha
E€HAOKPUHHUW W FeHeTUJHW 6onectu npu YCBANAEB- Codun

* Mpeaceaaten Ha HauWOHAAHWA KOHCYITaTUBEH CbBET MO
peakru Gonectu npu M3

* [leanaTsbp, KAUHUMEH FEHEeTUK

¢ NUCMOPDONOTHA, HACNEACTBEHM METABOAUTHI BOECTU,
r@HETUYHA KOHCYATALUA

ONKT M eKcnepTHOCT B 061acTTa Ha peaKU Bonecty

+ Onut —oT 1987 rof, KaTo KAMHUYEH TEHETHK

+ [lMarHo3a W NeveHre Ha HacNeACTBEHM MeTaboNUTHU GonecTu-
SOVHCTBEHO OTARASHME NO KAMHWUYHA reHeTUKa B Brarapua

- bBonect Halowe

- MyKonoansaxapuaosn

- HapyleHna B UMKBLAA Ha ypeaTa

- HapylueHWa B 06MAHATA Ha AMUHOKUCENUHUTE- BEHUNKETOHYPUA
- MUTOXOHAPWAIHN 1 Ne PORCU3OMHN EonecTn

* YyacTue B HAYUHO-M3CNEAOBATENCKM M KITMHUYHKW AgIHOCTM 3a
nocoqeHnTe HONeCTKH

+  OuarHo3sa Ha AUCMOphUHHI CUHAPOMU

KomeHTap no Kpurepumre 3a o603HauasaHe

Ha eKCNepTHU LeHTPOBe 33 peaKKH 6onectH,
npeanoxeHu oT KomMHTeTa Ha eKCnepTHTe No peaKH
6onectH Kbm EBponelickata kommueua (EUCERD)

EKCNEPTEH UEHTDLP 3A AMATHO3A, NE4YEHUE U
NPOCNEAABAHE HA NALLUEHTHU C METABONUTHU
BOAECTHU

HA ©@YHKUMOHAJIEH NMPUHUMM !

» EKCNepTHUTE LEHTPOBE Ce 3aHMMABAT CbC 3a60NABAHMA
MK CbCTORHKA, M3UCKBALLK CIeUMBHUUHI TPHKKM NOpasy
TPYAHOTO NOCTABAHE HA AMArHO3a

33 NPeANOYMTAHE C HALMOHANEH OBXBAT, KAKTO M Ha
MEKAYHAPOLHO PAaBHMLLE

e [leiiHOCTTa HA BCHYKM €KCMEepTHM LeHTpoBe obxBalla
HYXAMTE HA BCUYKK NALMEHTH € PELKM BONECTH, AOPH
AKO €KCNEPTHUTE UEHTPOBE HE MOTaT 4a NPeLOCTABAT
MbAHWA HAaBOP OT YCAYIM € €4HAKBO PAaBHULLE Ha
eKCnepTeH ONuT 3a BCAKO 3abonssaHe

e O6e4MHABAT MAKM KOOPAMHMPAT B PAMKKUTE Ha
CNEUMaNM3UPaHUA 34PaBEH CEKTOP
MYATUAMCUMNAMHAPHW KOMNETEHTHOCTH/YMEHUA

1. CnocoBHOoCT 3a ch3gaBaHe W NPUAbPXKaHe Kb J06pK NpakTUKK 3a
AVArHOCTHKA K NeYeHKe

+  OcHoBeH KpuTeplii- KBannduLMpari cneumanctin

+  U3roTeAHe Ha AWNarHOCTUMHW W TEPENEBTHHMHN AATOPUTMI B CbOTBETCTBME C Hali-
HOBWUTE AOCTUXKEHWA B fafeHaTa obnact

A HPMMEP' oTAenex e No KIMKNYHa reHeT1MHKa, KINKMEH LLEEHT:P 33 neqeHne Ha:

- TauueHTn ¢ Bonect Ha Mole

- TIaUMEHTH ¢ bEHANKETOHYP A

- MaumeHTr ¢ AederT 8 ypedHWUA LKL

- TlaUMeHTA ¢ AeheHT B 06MAHATE Ha AMUHOKACRAMHATE, BBIAEXAARATATE W MacTATe

- TIaUMEHTHA C MyHOMOANIAXaPUAC3N

- TaUMEHTA C MUTOXOHAPWAAHN U NEPOKCMIoMHN GonecTi

2. CbOTBETCTBALM BB3MOKHOCTH 33 NPUEM HA NALIMEHTU ¢ PeAKK 6onectH u

CKa3BaHE HA EKCNEPTHA NCMOLL,
s Hanauuue Ha kBaAMGUUMPaHK CNELHAAMCTH

* BB3MOMHOCTV 33 NOBMWABAHE HA NPOPECHOHaNHATA KBAANDMKALNMA HA
nepcoHana- ASKapu v cecTpu

- YyacTue B KypcoBe U CemnHapH

- Jocten 8o npodecHoHanHata nureparypa

- YuacTve B MEXAYHAPOLHM NMPOsBK

3. YnpasneHUe Ha Ka4ecTBOTO CblNACHO HaLMOHAAHU U EBpOﬂEﬁCKM
pasnope,qﬁu, YHacTUe BB BHTPELUHK U BbHIUHU CXeMK 3a KOHTPOA Ha
Ka4ecTeoTo

* B noAeTo Ha AeMHOCT HA BCEKM EKCMEPTEH LEHTLP NONaaat pasanuHi
3a601ABaHNA B 33 BUCUMMOCT OT FOSI@MMHATA Ha ABPXKABATA N CTPYKTYPATA HA
HAUMOHA/HATa CUCTEMA 2a 34PaBeONassaHe

s Tpabsa Aa 6bAAT M3PABOTEHM BBTPEILHW M BHHILIHKM CXEMM 33 KOHTPOA Ha
KaueCTBOTO KATO OCHOBHA POAA IWE UMAT MEAULMHCKHTE HAYYHN
ADPYHecTBa- M3paboTBaHe Ha CTaHAAPTM 3a KAYECTBO

4. CnocoBHoCT 32 NpUNaraHe Ha NOKaszaTenu 3a Ka4ecTeo Ha rpuMKKTE W OLEHKa
Ha paeliHocTuTe (BRAKYUTENHO KIMepBaHe HA NALMEHTCKATA yAoBARTECPEHOCT)

s [OKA3ATENM 33 KAUECTBEO HA FPIKMTE W OLEHKA HA AeHHOCTHTE
{BHAOUMTEAHO M3MEPBAHE HA NALMEHTCKATa YAOBNETBOPEHOCT ) HAMA
HapaboTeHn

s OnpefencHd KPUTEPUU Ca BRAKCYEHH B HALMOHANHUA KOHCEHCYC 33
nedeHwe BonectTa Ha Mowe
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5. BUCOKO HUBO HA EKCNEPTHU NOZHAHUA K ONKT (roAuLieH obem LUTUPaHWUA W
EKCNEPTHH C 6poii peL y , [paHTOBE,
AKAAEMUMHU ANBHRHOCTH U HAYMHU THTAK)

*  BPOAT Ha NYBAUKALMMTE HE € HAM-BAKHWUAT KPUTEPUI 33 KOMNETEHTHOCT!
. npeMMHaﬂVl nayreHTH, NOCTaBEHW OKOHYATENHK ANArHO3 M

+ EKCNEpTHUTE LEHTPOBE AaBaT Bb3MOKHOCT 33 onpegenaHe HWBO Ha
KOMMETEHTHOCT, KOETO Cera IMNCBa

*  YCN0BMATA 33 UIMBAHEHHE HA KAMHWUYHWTE MBTEKN HE rapaHTupaT TakoBa
HWBO

6. MPUHOC Kbt aKTYANHUTE HayHHK U3CAEABaHKA

*  YyacTsame B KIMHUYHM NPOY4BAHMA

* [lopaan cneuuprUHOCTTa Ha eHsumHMTe M JHK ananusure v apyru
BUCOKOCTEUMANM3NPaHK 00Pa3HN M3CASABAHMA U MaKKUA OPOM NaLMeHTH
YEeCTO CME Y3CT OT KAMHMYEH LIEHTBP M3BLH TE PUTOPHMATA HA CTPAHATA

* [pes HAcTOAWATa FOAWHA WWe y4acTeame B EBponeiickm npoekT 3a
AVArHOCTMYHM MapKepu 2a 6ONECTU HA HATpYTNBaHeTo

7. CnocoBHoCT 3a yyacTHe & cbEMpaHe Ha AAHHH 33 LEAKTE HA KAMHWUHHK

W o6y

+ BCeKM KIMHWUYEH LEHTBP Pasnonara ¢ akTyaaHa KAMHWIHA MHPOPMALLMA 33

Haﬁl’llﬁ,ﬂaBaHMTE TaM NAUUEHTH

+ Tol we 6bAe N OCHOBHUAT U3TOUHWK HA UHPOPMALMA 33 HALKOHAAHKA

perucTsp 3a peaku 6onectn

+  Vima KAMHWYEH pervcTsp Ha 6onHunTe ¢ Bonectra Ha lTowe, YL,

deHunKeToHYpHA

8. CNocoBHOCT 3a yHacTHE B KAUHKMHYHW NPOYYBaHKA

* BcAka eqHa KAMHWKA, KOATO Pa3nonara cbe CbOTBETHUTE CEeLMAAUCTU MOKe

Ad Y4aCTBA B KAMHUYHK NPOYYBAHKA

o BUPMHTE Ce HACOUBAT KBM CTPAHK C MHOTO NaLMeHTH- MM3 6

9. U3n0A36aHE HA MYATHAWCLMNAMHAPEH NOAXOA, HACOUEH KbM
MEAULIUHCKUTE, NapamMmeauLIMHCKK, NCUXONOrUYECcKH U CoOHanHK I'IDTPEGHDCTH

*  HambAHO BH3MOSKEH B PAMKHTE HA YHUBE PCUTETCKUTE BOAHWLM

+  TpyAHa KONABOPaLMA Che COUMANHUTE CAYIKEM

* Bce ole HeAoCTaTBY HA pexabuanuTayMoHHa 6aza

* Hee AocTaThyHO A3 e NOCTABM AWATHO33Ta, NPoBACMET € crea
M3NKHCBAHETO HA NALMEHTa oT NeuebHOTO 3aBeaeHHe

* TauMeHTHTe B OTAGAEHME KN.TEHETHHA €A 06EKT HA MYATUANCLMNANHAPEH
noaxoa

10. OpraHU2aLKA Ha CbTPYAHKHYECTEA C LieN rapaHTUPaHe HENPeKBCHATOCT Ha

FPUIKKTE NPE3 NEPKOAUTE Ha ACTCTEO, FOHOLLECTBOTO M 3pANA BB3pACT

+ Tpabsa A3 uzbepem cobeTseH mogden

- OTAEAHM KIMHUMKA 33 AeUa M BB3PacTHU

- TayHeHTHTe ¢ MeTaBOAMTHM BONECTH Aa ce HAGMAIOAABAT U NEKYBAT OT
neauaTpu

- TAIGCOBE U MUHYCH

* TaureHtrTe ¢ 6onect Ha Fowe, heHuAreToHypHA, YL,

11. OpraHU3aLKA Ha CbTPYAHWYECTEA € LIEN FapaHTUPaHe HENPEKbCHATOCT Ha

FPUXKUTE Npe3 BCUYUKUTE eTanu Ha 3zabonasaHeTo

+  YhusepcuTeTckn Boanmum, M3, H3OK, coumantu caexén

+ [leTe ¢ GeHUAKETOHYPHA, KOETO He Ce «AEKYBa» OT MaiKaTa. Jlowa

K0NA60PALMA ChC COUMANHHTE CAYHEU

12. MoAXOAALM MEPKM 33 HACOUBAHE HA NALIMEHTH B PAMKKTE Ha cTpaHaTa K EC

*  [06pa MHPOPMHUPAHOCT HA NEKAPH W NALMEHTH 33 MECTONONGHKEHNETO HA

CHOTBETHMA eKCNepTeH UEeHTBP

* Npea or eKCnepTHU LEHTPOBE B pamKkMTe Ha EBponeickuMa cbios

* [JupekTnBa Ha EBponeickua cbios 3a TPAHCTPAHWMYHO ABWKEHWUE HA

NayMeHTH

* PaBoTHa rpyna Ha M3 3a CTaHOBMILE HA BbArapMa No AMpeKTBaTa

13. Bpb3KK M CETPYAHWHMECTEO € APYIM EKCNEPTHW LIEHTPOBE HA HALMCHAAHO,
eBpoNeicko W MeRAYHAPOAHO HUBO

» ToBa e OCHOBHATA MAed 3a eKCnepTHUTE LeHTpose Ha Eeponelicko HUBO- Aa
610aT BRIIGYEHN B MpeHa

¢ OTAEACHUETO KOHTAKTYBA ChC CKOAHW KAMHMKK OT EC

14. Bpb3KK M CHTPYAHWHECTEO C NALMEHTCKH OPraHK 3aLMK

. OTAEHEHMETO MO KAWHKUYHA FTEHETMKA € B OCHOBATd Ha Cb3AdBdHETO Ha
HAKO/IKO NaLMEHTCKH OPraHN3aLMK, C KOUTO paboTu gobpe

* [PEACTABUTENM HA NALMEHTCKMTE OPraHW3aLMK Npu 06CHHAAHE HA BaHK
BBAPOCH

15, MepkK 2a noAe6pAsaHe KAYECTBOTO HA NPEACCTABAHWTE MEAULIMHCKH
YCAYrK M 0cOBEHD 32 HAMANABAHE BPEMETO 33 OKOHUATENHA AMarHo3a

+ [1OArOTOBKA HA AEKAPUTE OT PAZAMUHHTE HUBA
* J0CTHN A0 CbBPEMEHHM ANAarHOCTMYHH METGAM

*  Bb3mMOKHOCT 3a U3MPALLaHEe HA U3CNeABAHWUA B CNELHMAANSUPAHN

Nabopatopum

- I'Iepmo,qmuHM KYpCOBe Ha pPa3z/InyHAU HMBA- HEOHATOM03M, e HOOKPUHOMO3 MU,

pPeBMaTono3n

16. ENEKTPOHHO 3ApaBeonassaHe (CUCTEMU 33 ChBMECTHO Pa3FACKAAHE Ha
CAYYAM, EKCNEPTHU CUCTEMM 32 TeNe-eKNEPTH3A, CNOAENEHO XPAHWAKILE HA

cnydam)

. I'Ipaam ce M cera conpefeneHd cneyranncTv ot BoAell KIMHUKK B CBeTa-
KOHCYATaLMH, 0GMEH Ha MHdopmaLma. ToBa 06ave He € eNeKTPOHHO

34paBeona3saHe

* bBOAHWLATA He paznonara ¢ o6ia MHPOPMALMOHHA CHCTEMA

OUEeHKa Ha NPeANOHEeHNTE KpUTEepUH

3HAUMMOCT Ha KPUTEPUA . MoKpMBaHE Ha KpHTEpUA
Kputepuii 3a oBo3HaueHne Nenmtrarmen- Bamen Nomenarenen Kpurepuii 3a o6ozHaueHne (MO, HaCTINHO, He NoKpUBa)
O maKEH

Ch333B2HE W NPULPHEHE KM A06PH NPAKTMKN X Chb3panaHe 1 NPUABPHEHE KM A06PH NPAKTUKM MeNHG
Bb3MOMKHOCTH 33 NPVEM Ha NALMEHTH X BhImMOMHOCTY 32 NPUEM HA NALMEHTH MLAHG
YNpasneHMe M KOHTPON Ha KauecTeoTo X YNpasneHWE M KOHTPOA Ha KB LTAOTE UACTUHO
TIPUAEraHE HA NBKAIATENM 33 HAYBCTHO U OLYEHKA X MpMaaraHe Ha NOKAIATENM 33 KAYRCTAO W OLEHKE MLAHG
HWBO Ha EKCNEPTHN NDIHAHMA M OANT X HUBO H3 RKCNEPTHN ND3HAHUA U ONUT MaNHO
MPUHOC KM AKTYaAHUTE HaYUHU MICAEABAHUA X MPUHOE Kb SKTYaAHWTE HayYHH M3 tieABaHHA YACTHYHO
ChbUpaHe Ha AaHHW 32 HayqHW W 3APaBHU Lenn X CBEMPaHE Ha AaHHM 33 HAYUHU W 3ADABHM ek MeHS
YUACTME B KAMHWGHW NPOYYBaHUA X Y4aCTME B K1 UHUYHW NPOYBHKA YACTHMHO
M3n0n3paHe Ha MyATUAUCUMNAMHAPEH NOAXOA X WantaspaHe Ha MynTUAMEUMANMHAP EH NOAXOA YACTHYHO
HENPEKLEHATOET Ha FPMKMTE PR FLAPACTOBMTE NEPMORW X HENPEKHCHATOLT Ha FPUMITE NPE3 BEIPILTOBMTE NEPUOAM MaiHO
HENpEKHLCHATOCT Ha FPUMAMTE NPE3 BTANUTE Ha 32601 ABIHETD X HenpeLEHATOET Ha FPMIKMTE NPE3 ETaNMTE Ha 3aBoaaBaHeTo YACTHYHO
HAK0UBEHE Ha NALMEHTM B PAMKUTE Ha CTpaHaTa W EC X HacousaHe Ha NALMEHT B PAMKMTE Ha CTpaHaTa M EC UACTHUHO
CHLTPYAHMYECTAO C APYIM EKCNEPTHU LEHTP 0BE X CLTPYAHWIECTEO € APYTH EKENEPTHH LEHTpoBe YACTHMHO
Bpb3KM U CHTPYAHWIECTEO © NALYEHTCKM OPraHMIaLMMU X Bpbku M Ta0 € MeNHG

Ha yeym X KaUeCTBOTO Ha yonyrn MHNHO
E X ENEKTPOHHO 32paBecnase aHe HE NOKPUBA

CamooLeHKa No NPeANOKEHUTE KPUTEPHH
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O6o6uweHne

* Tpoueaypa za opmyaupaHe 1 0406pABaHe Ha KPUTEPUM 3a
onpeaesifaHe W NPo3padeH Npouec 3a onpeaensHe U oLeHKa

*  AZanTUpaHe Ha KpUTepUUTE CMIPAMO XapaKTePUCTUKITE Ha
3a60.1ABaHETO MW rpynaTta oT 3aboassaHun,

» EKCNEpTHUTE LLEHTPOBE MOMKE A3 HE OTTOBAPAT Ha HAKOMW OT
dopmyanpaHUuTe KPUTEPHUU, CTUIA HEUMBAHEHWETO Ha Te3n
KpUTEPUU A3 HE NOBAMABA KaYecTBOTO Ha MPUKMTE

» OnpenensaHeTo KaTo eKcnepTeH LEeHTbp e B cuAa 3a
onpeaesieH cpoK KaTo PeaoBHO Ce OLEeHABa NOBTOPHO upes
npoLeaypa, BKAUEHa B HaYa HaTa npoueaypa

* OnpenenawmuaT OpraH MoXe 4a PeLn aa oTTeram
peLLeHu1eTO 3a orpeaeaHe Ha eKCnepTeH LEeHTbp, ako TOM
roseye He OTrOBapPA HA €4HO WM HAKOJIKO OT YC/I0BUATA,
KouTo PopMMUpaT OCHOBATA 3a ONPEAESIAHETO My KaTo TaKbs,
WK aKo NoBeye HAMA Heo BX0ANMMOCT Aa ce NoAabPIKa
HauMoHasHaTa yeayra.

0O606weHne

e Teau nNpeanokeHUn TpAbBa Aa ce 06CHAAT B LWMPOK KPbr
CreLdancTm.

¢ HKCPB o4yakBa mHeHUATa Ha HaLMOHaHUTE KOHCYATaHTU ©
npeaoMeHnA 3a a4anTUpaHe Ha KPUTEPHUUTE 33
0603HayaBaHe Ha eKCMEPTHU LEHTpoBe Mo pearu Gonectu 8
Bvarapua

* NexaHW3MbT 3a NPeAoCTaBAHE Ha CTaTyT Ha eKkcnepTeH
LLeHTBp Mo peaku Bonectu Tpabsea aa 6bae onpeaeneH ot M3
€ Hallle y4acTHe

* YcTaHOBABAHE Ha MexaHWIbM 3a KOHTROJ M OLEHKa Ha
AeNHOCTTa Ha eKCNepTHUTE LieHTpoBe Mo peaku Bonectn Ha
6azara Ha NPeANOKEHUTE KPUTEPUM OT KOMKUCKA, KOATO Npe3
3 rogMHA Aa aKpeaUTUpa eKCNepTHUTE LLEHTRoBe

* lma roToBHOCT Aa Npegioxum Ha M3 3a akpeguTipare
onpeaeneHl ekcnepTHU LeHTpoBe- Tanacemmua M xemoduans,
NU3030MHK BoaecTu, HesposioryHK 3abonasaHua

B/IATOAAPA 3A BHUMAHUETO!
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EkcnepTHUTE UeHTpoOBe
no peaku bonectu
npes3 nornepa Ha nayueHTa

Bnagumup Tomos

“HanpoHanHa Acolarms

ua bosraure ot ome”

Mbpey cTenkn — 1992rPeructpupane - 1999
Pesyntatn —
2000 r. KomucuaTta no 3ppaeeonaseare
B3MMa PelleHvie fa sancyHe
JleyeHneTo Ha
BonrHuTe o1 Mowe

P HauwnoHaneH annaHc Ha Xopa ¢
@ peakun 6onectu
BULGARIA
Hauuonanen Ananc Ha Xopa ¢ peku Goiectn
Vupeaen 2007 r.
IIpeacraBiaBa 49 peakH 3a00.9BaHAA

Yupeanrea Ha EBpoaznaTcki aqHanc peakH douecTu

€4k

EURASIAN ALLIANCE
RARE DISEASES

&:.-::mm KoHndrepepaumna “3awmra Ha
= 3apaBeeTo”

OcHoBaHa — 2005 .
Koun cme Hue
Halata mueus

MbpsaTa HaLWoHaNHo NpefcTaBeHa MNaumeHTeka
opraHuLENLIS

I HauunoHaneH anuaHc Ha Xopa ¢
(N

» peAkn Gonectu

BULGARIA

@ MunucmepemBo Ka 3gpaiec

MMRICTORCT  HOPMATARNW AKTTIRR AT TURNM YORuge

MPUETA
28 HOE. 2008 1.

oA 1000, mn, *CoeTa lieaena’
FORCW TEICGOI 02 920 11 52
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©
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HauunoHaneH anuaHc Ha Xopa ¢
peAkn Gonectu

BULGARIA

OWPEKTHUBA 3A TPAHCIPAHWYHO 30PABEOMNASBAHE
MAPT 2011/24 EC — 30 MECELIA CPOK 3A ALLANTALIMA

Meuta 3a ronsma vacT oT naymeHTUTe B Bbrrapus.

Hapexaa sa 6bps J0cTbN A0 NeYeHWe 3a NALMEHTUTE ¢ pe Ak Gone cTi

Kakso HU cmyliasa —

PeumBypcalus — MaLpMeHTa sanralla u cried, Tosa Mnofyyasa BNOXeHUTe cpedcTBa
CpepcTBaTa ce MOKpUBAT B paMKUTe Ha samnallaHeTo Ha Mo oGHW sapaBHI YCNyr
B AbpkaBaTa UNeHKka - creLanto paspellieHNe 3a 3anouBaHe Ha NeYeHNeTo .
TekcToBe MocTBAWLWM BbnrapckuTe NauMeHTV B HepaBHOCTOMHA NO3ULMA .

B AOMBJIHEHWE - AupekTuBaTa NocTaHoBABa Ch3jaBaHeTo Ha Mpexa oT
EKcnepTHI LeHTpoBe B TACHa konaBopalus Ha HuBo EC, KouTo ce saHUMaBaT cbe
3260 NABAHWA UMK CHETOAHWUA, U3UCKBALLIM CRIELGUYHI FPIKUA NOPaLM TPYAHOTO
nocTasAHe Ha AMarHosa, ¢ Les NpedoTBpaTsaBaHe Ha YCNoXHeHUs ninunm
onpeaensaHe Ha neveHune.

. B noeeveTo criyvai, oTrosapsiuy Ha onpegeneHneto — PEAKIA BONECTA
PaBoTaTta B Mpexka Ha EL| ¢ ocHOBEH eNEeMEHT oT TeXHWUA NplHos 3a
AMATHOCTULMPAHETO W TPUXKATE 33 NaLMEeHTUTE, 3a rapaHTupaHe Ha MoBUMHoCT Ha
cheLManmueTUTe BMECTO Ha CamMuTe NaLMeHTH.

HauoHaneH anuaHc Ha Xopa ¢ peaku
6onecTtn

BULGARIA

3agaum Ha HaumoHanHaTa mpeska or

Exenapris uenrpose.

no

pPeAKU Boaeetn
GBMEHA 1 CHHXPOHN 31 Pa MHDOPMELNA,
KACIeLa MMLAHEHMETO Ha HalunoHaaHaTa
nporpama 3a peaku boaecn;
Ccnrypfea hyHKLUOHUPaHE HA
HaumuoranHna perneTsp 3a peakm boaectn;
TaparTupa eHaKLE AOCTBN W KAYRCTBO HA

v A Goneers & Ernrapse

(=

‘ [P—— ‘

waShreTH no

MHBOPMALKA;

[} [}

‘ TR ‘ ‘ JIp—— ‘ ‘ Bonnina nawa | MNPEAOCTaER A3HHM 38 NAGHUPAHE Ha
f * * ’ f * f ’ PErMOH3AHO M HALHOHIAHO HMBO

Hacenanue

2

HauoHaneH anuMaHc Ha Xopa c peaku
6onecTtu

BULGARIA

3agaum Ha HauMoHanHaTa mpeska or
b b no

peaku Bonectu

O6MEHA M CHHXPOHNZMPE MHDOPMELMA,
racaewz PYHKUVCHMPAHETO Ha
ExenepthuTe uenTpose ;

Oeunrypaea dyHKLMOHUPEHE Ha

‘ HaumoHankna pervcrsp 3a peakm boaeetn;

Korkpexra paa Son
o rpye

‘ o S [apaHMpa eaHaKsE AOCTHN M KIYECTBO Ha
MHBOPMALHA;
NPEAOCTaBA ABHHY 38 NAGHMPEHE Ha
CoonpucEy
| e ‘ ‘ Nesap cneunanver ‘ ‘ Bonvinina o ou ‘ DETMOHAHG ¥ HALMOHAAHO HHED

t ¢+ ¢+ ¢ ¢ ¢ ¢ ¢

Hacenerme |
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HauunoHaneH anuaHc Ha Xopa ¢
pesku 6onectun

NAPRD)

BULGARIA

+  MEGTOMNONOXEHWE HA EKCMEPTHWUTE LIEHTPOBE CNOPEL TAXHATA
MWCKHA U KPUTEPHITE, NO KOWTO LUE BBOAT ONPEAENEHN CBOBPA3EHN C
BB3MOXXHOCTUTE HA 3[JPABHATA GUGTEMA

+  MynTudyHimoHanHocT — obxBalyaHe Ha AaaeHo psigko sabonsisare

+  buHaHcupaHe — B paMKUTe Ha Bb3MOXHOCTUTE Ha [upxasarta Unewka

«  OfxsawaHe u Ha peakn 3abonABaHNS, 3a KOUTO HSMA §OCTATBYHO HATRYNAH
KINHPMEH onuT

+  OGydeHue Ha GreyuanincTu BRITIOYUTEITHO U U3BbH M MLMHCKITE CrIeLanHoCTH —
NGUXONIO3U 1 Ap.

+  YHWBEPCWUTETGKMTE BONMHWUM — OCBLECTBABALW NEUEHUETOC HA
MALUMEHTUTE B MOMEHTA - C MOTEHUMAN AA NOEMAT $YHKUMATA HA E.L|.

b
qx‘\ﬂw

BU

HauunoHaneH anuMaHc Ha Xopa ¢

penku 6onectun
LGARIA

$SYHKUMOHWUPAHE HA EKCNEPTHUTE LIEHTPOBE, CHOEPA3EHO C HYXAUTE
HA NALMEHTA

KOMyHMKEL(I/Iﬂ Ha HalMoHarnHo 1 MeXiyHapoHo HMBO .
O6xsallaHe Ha 3aBorsAsaHeTo — MYITUAUCLMNIIMHAPEH Noaxos,
Kbm momeHTa —

YHUBEPCUTETCRUTE BONHULM ca thokycUparia JeAHoCTTa KbM
3aBonsBaHUA oBxBaHaTW OT 3ApaBHaTa HY cUCTEMA.
KMMHMYHATE MbTeKU He MoraT Aa oBXBaHaT AajeHo pAAko
saBonsABaHe.

PexaBunuraLmaTa 1 coLManHaTa afantalya Iuncsar ot
nNevyeGHUS NpoLec.

Mporpamata no P B He cb3ade pervcTbp 1 Mpexa oT
WHhOPMa LMo HHO-pethepeHTHU kaGuHe i

EKCI‘IepTHMTe UeHTpoBe C pasnuueH nodxoq.

HauunoHaneH anuaHc Ha Xopa ¢
peaku 6onectu

BULGARIA

* Cnuckk Ha pegkuTe Bonecry — sallo.

* B momeHTa Pegrnte BonecTw - npemuHanTte oT M3 kbm
H30OK npes 2011r. BknioueHn B Hapegba 38

* OepxasuTe yneHkn Ha EC — cpegro 170 sabonasaHua.
* Mrtanus - 284 bonectu v 47 pegku rpynu v 331 koga

*» B MUPBNC ca pervctprpann 137 peakm sabonseans
* Cnuckbka — NECHO 0ChLLLECTEUM PericTsp .

Kputepun —

Psaka Bonect ¢ guardoctuuvpaH MNauyyeHT

NekapcTeo cupak — ¢ guarHecTuuypaH MauueHT

KpaTek cpok 3a 0OHoBABaHE.

BU

HauunoHaneH anuMaHc Ha Xopa ¢
. penku 6onectun
LGARIA
GYHKUMOHKpPaHe Ha eKcnepTHUA LeHTbp —
pernameHTHpaHo
1. AaBaHe Ha cTaTyT Ha eKcnepTeH UEHTBP , CPOKN K
KpuTepun. BkniousaHe B perncTsp.
2. KOHTpDJ‘I BBbPXY Ka4ecCcTBOTO W KONMNYECTBOTO Ha
NOKPUTHTE KPUTEPUM.
3. MNoeuwWasaHe NoTeHUWana Ha eKkCnepTHNA LeHTbp —
cbyyeHre 1 NOCTCAHEH NOTOK Ha MHOPMaLWS.
C'beeMeHHI/I TexXHonernn
4. BbB Bcekn eanH acnek oT feiHocTTa —
B3aVIMO,U,eI7ICTBI/Ie (o3 I'Ia|.|,V|eH'r|/|'re W TEXHNTe
ApedcTaguTenn.

HauuoHaneH annaHc Ha Xopa ¢
penku bonectun

BULGARIA

» QOcurypseaHe Ha ctabunHa 1 etheKkTUBHa JeHHOCT —
HopMmaTuMBHa ypegba

» [onbneaHe Ha 3akoHa 3a 3gpaBeTo — Hapegba 3a Pb

» Hapepba 3a pegkn 6onect kbM M3 — kOHCTUTYWpaHe Ha
cnuckK Pb, eKcnepTHU LIeHTpoBe, NeKkapcTea cupauy,
pexabunutauya, couyanHa agantayys.

» ®oHy 3a NeveHWe Ha pejky bonect — 3abonAsaHna
1n3BLH obxBara Ha 30

mulﬁ]": Undopmaunonen LenTop 3a Pegrm Bonectn
gk

u JlekapcTea Cupaum - Bbarapua

GRATAPAR
MH EH LEHTLP |
3A PE/INM BONECTH | Bracko
M NEKAPCTBA CHPALLH CbTPYLHNHECTBO U
T e 2 B3auMmogeiicTene
www.raredis.org

( (032) 57 57 97

HauunoHaneH anuMaHc Ha Xopa ¢
penku 6onectu

NAPRD!

BULGARIA

BNATOOAPHA
SABHMMAHWETO!
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Cecua 2
Kputepun 3a o0603HauaBaHe
Ha eKCNepTHU UeHTpose
no peaku 6onectu (l)

MopgepaTtopu: MNpo¢. CredpaH NopaHos, [loy. Banepua Kanesa

» MuenonponudepatusHu Heonnasmu. Muenopubposa -
OWarHoCTUKa, nevyeHue, npocneanasaHe. Perncrop Ha
nauueHTure ¢ muenopubposa B bvarapua
Dou. Nl’eopru Muxaunos, fou. Craspu Towkos, loy. Maprapura
feHoBa, Alou. N'eopru banaueHko, [1-p Bacun Xpucues,

O-p Mupena PaHrenosa, A1-p Cesun Axmep,

» EKcnepTHM yeHTpoBe 3a xemodpunua u ranacemua B bovarapua
Dou. Banepua Kanesa, Aou. leopru Muxaunos

» Pexabunutayma npu HexoaXkuHoB numeopom
Dou. Tponuo Tpoes, A-p XpuctuHa MunaHoBa

» MpunoxeHune Ha KMHE3UTEPaNUA NPU XOHAPOCaAPKOM
O-p Xpuctuia MunaHosa, Alou. Tponuo Tpoes

-18-
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MuenonponugepatusHm Heonnasmm
— ANArHOCTUKA, neyeHue,
npocneaasaHe. Perncrop Ha
nayueHture ¢ mmenodpmubposa
B8 bbarapua

Dou. I'. Muxainos, Oou. Cr. TowkKos, Oou. M.
lFeHoBa, Oou. I. BanaueHko, [1-p B. Xpucues,
O-p M. PaHrenosa, [l-p C. Axmepg

MuenonponudepaTtuBHU
Heonnasmu

o —

@ 24TV N0 N W R KCA™ON0T /A S0 TR AL, 1 Do

MwuenonponudepaTMBHU Heonnaamm

Mpunukn mexgy Ph-otpuuatenHn MPNs

- Muenonponncepatne im Heonnasmn (MPNs)
NIPeACTABNABAT [PYNa OT KNGHAHA Ha PYLEHIA,
NIPONSTHHGL{N OT MY TTHIIOTEHTHM XSMOMDSTHHHA
MHENONAHHN NPOTEHNTOPHK KneTkn'

-
(A;;E‘)M @ oue are TaEH 3abonesaemoct 1980-2007
= Knacwchnkaups wa C30 na MrenonponndepaThe HATe Mo savkw va INSEES
Heonnazmu (MPNs)? eknicuea:
- BCR-ABLI- nosurienu YectoTa Ha 100,000
+ XpowwHa muernouaHa neerkemma (CML) o T WP—
~  BCR-ABL'- Horatuai 4TI
« Macrouurosa MF 0.5 0.3
+ XpOHMHA HEYTPODWNHA NeBKeMuA PV 0.8 0.6
« XDOHUMHB £03UHODUNHA TIEEKEN 1A, HeyToMeHaT T 20 4

Apyrage
« Ecenumania pomSoLue s (ET)
« Monmuumenitn aepa (PV)
« MueroguSposa (MF)
+  Hapywenwe B JAK CHIHANM3ALMA Co NOABABA B MOATPYNA
a BCR-ABL1 oTpayatentn MIHS
~ JAK2 VB17F myraum ce Hobnionasa G no-aiGoka HeCToTa &
Teau moarpyma:
- ET: 69%78%
PV 80%94%
+ MF: 47%-78%

INSEE, National Institute for Statistics and
Economic Studis; ESP, European Standard
Population; VWS, Work Starda d Foputstian.

1. Levine R, Gilliand DG. Biood 2008;112:2190-2198,

2. Vardiman JUV, et al. Biood. 2008114(5)-937-951

3. XBo 2, 4tal. Haeratologics. J008;93(5) 757-783.

4. Lucia E, et al, Leuk Lymaherra, 200848(10):1 2071915,
5. Basquiera 8., &t al. Hematology. 2002, 14:14)323 330,

8 FALVO-ATHe CTEL AT SOTHL
o 6. Giradon F. etal. Hoem atojogics. 2003 34(6) 866359,

HERD ) 222V = Hi HEWAL I X A OIS -ERY, . 2o

+  KnacucukauusTa Ha Ph-oTpuuaTenHn MIMH ce ocHoBaBa Ha':
= Mponndpeparys Ha onpegeneHa KNeTh4YHE NUHUS
= KnnHuynn n ﬂElGDPETOPHI/I w3credeaHus

« B aonbhHeHWe KbM Npesanupallata JAK2 VB17F myTaums, MF, PV, u ET
MMaT MHoro oBLLM XapakTepneTukn®:
— UyBCTBUTENHOCT KbM MHOTO LIATOKAHU:
« TPO, EPO, GM-GSF, ap.
— Cepuxekcnpecns Ha PRV-1 (polycythemia rubra vera-1 ) na rpanynouprute
— MpucbcTeue Ha eHaoresHa epuTpoNAHa dopMaLus
— Hamanena ekcnpecuns va MPL peuenropa npn TpoMGoLnTin 1 MerakapuoLmtin

«  JAKZ VB17F myTaLs ce cpellia caMo B MUeNoWAHI SNokayecT BeHUn
3aGoNABaHMA U e MonesHoe CPefCTBO 3a AUarHoeTUKa?

; GM-CSF, locy oolony stimulating factor, MPL, myelo proliferative leukermia

3 EFO, erythrop:
wirus (encodes thrombopietin rece ptor)

1. Smith GA, Fan 6. Hum Pathol. 2008:39.795-810.

DR AL WA CTE T BT s
2. Tefleri A etal. NatRev Giin Oncol. 20096627637

@ 25 HHIVSHO NI 42 4014 ORI 245C PN 561, 3 Lot

Muenocgpunbposa — AMarHocTuka,
nevyeHue, npocrnensBaHe

B —

Muenocubposa

* MvenodmbposaTta e KNoHanHe HeonacTMyYHO
3abonsBaHe, KOETO Ce XapaKTepK3npa ¢ KOCTHO-MO3bYHa
drbposa, cnneHomeranus, U MHBANWAN3MPaLLMY
cumnTomu'2

* MuvenodubposaTa e M1BoTO3aCTpaLlaBala 1 e
cBbp3aHa C HamarneHa NPeXuBAeMocT®

* Mwvenodubposata moxe 4a 6b4e nbperyvHa (PMF) nnn
BTOpWYHa cnied ET nnn PV (post-ET/post-PV)'2

» XapakTepuctunku'2
— XpOHUYHa muenonponudepaLms
— ATHNUYHA MerakapuoLMTHa XUnepnnasus
— $rbposa Ha KOCTHUA MOFbK

1. Tafiari A In: Ansell SM, ed. Rars Hematoiogioal Melignancies. 20082849,
Abdereanab OI, Lavine RL. Annu Rev bsd. 2008,60.233-245.

S —_—
S oottt By 2o 303 e ron,

-
© 35T 0 N WIC 1 XEA™ONOT I 343C PRIV - CAL, 1 Cocks

Crtatuctuka 3a MF

MIH, cebp3aHu ¢ aktuBupaH JAK

- CpefHaTa Bb3APACT MPM NOCTABAHETO Ha fWarHozata ¢ 67
rofuHA’

* CpefHa NPeXMBASMOCT OKONO 5.7 rogWHW, B 33BUCUMOCT OT
puckoBUTe hakTopn?
— 2-ToAWHN cpedHa NPeXMBASMOCT NPY BUCOKO- PUCKOBK

nayneHT ¢ M

* MFMOXe Aa ce NpednaBuka oT nporpecua Ha ET n PV3
— 10-rogunweH puck 3a post-ET MF e < 4%
— 10- rognweH pwvck 3a post-PV MF e 10%

* 10- roanWeH pUcK 3a TRAHCOPMALWA B OCTPa MUenongHa
neskemna (AML) e 3.9%-23%"3°

1. Mesa RA, ot al. Biood, 2005105(3):973-977.

2. Garvantes F, atal. Siced. 2008,113(13)2595-2901

3 Tefferi A Am J/Hemato] 2008,83.491-497.

4. AbdelNaha bOI, Laving RL. Annu Rev Med. 2003,60.233.245.
5.

'.. HALCHAIIME C IELLARIIBFT6A3 SOHALA
0 o nee Ramba i A fnt  Hemato] 201021(2)180-185.

22 = HA JEMATDI O A SAEOISE AT - EALL . Cos

PV

* Hgh > 18.5 gidL (M}
>16.5 gidL (F}
* 95% patients JAKZ V617F

5%-21% sa 10 rog, 2

10% za 10 ro.u..

MF

- MK proliferation/atypia
- 50% patients JAKZ VB17F

4% 3a10 ro

ET

* Plt 2 450 * 10%L
+ 50% patients JAK2 VB17H

3.9%-23%

1.4% 3a 10 rog,. 2

Pit, plateler; Hgb, hemoglobin; M, male; F, female; MK, megakaryocyte

1. Tafferi A, Am J Hemato! 200883 421-497,

2. Wolanskyi A biay Ginic Proc. 2005:31:158-166:

3. Finazzi G. Blood. 2005/105(7) 2864-2670.

4. AbdeNahab Ol, Laving RL. Annu Rev Med. 2003.60:233.245.
5.

V8 Hetpoina e et o
Masa RA, atal. Siood. 2005:105(3) 973.977.

@ S5 AUIVSHO IS 43 074 O JoF1 245C 71251,  Coct
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LINTOnorMyHM 1 xmcTonorudaHM Haxoaku npu MF
INeBkoeputpobnacTtosa

LINTONOMMYHN 1N XUCTONMOrMYHK Haxoakn B MF
Qubposa Ha KOCMHUS MO3BK

+  HaBriwjasaT ce spuUTpOLMTH ¢ AApO, epUTPOLIMTU Mo A thopMaTa Ha cbnsa U
He speni Bemu KpbBHU KNeTkU

EpnTROLMTH NOL
hOpMaTa Ha CbN3a

EpwrpoLurn
c 4p0

k]
@ TSCHD DT I STATORT I ABOFDA W - CAL Sk AbdskNiahab OI, Levine RL Ansu Rey Msd. 2009:60233-245

+  PeTukymapHUTe BriakHa MoKasBaT yMepeHa huBposa Ha KOCTHUA MOSHK

Petukynaphn
Bnakna

% w0 e o peoents om 10
@ W AFTPIHONDHZ T 14 KIRATONOTAHIM TAZCIFTAIMA - AL w Coavn Abdebiahab O, Levine RL. Annu Rey Med 20089.60:233-245.

JNTaGopaTopHM U MONeKyNnspHU
uscnegsaHnsa B MF

KAMHUYHKM npu3Haum n cumntomn Ha MF

« JlaBopaTopHu aHomarn'2

= Axemusi: Hait-yecTo — Hgb < 10 g/dL npu ~50% oT nayueHTuTe

= Teskoeputpobnacrosa

= JeskouuTo3a AN NeeKoNeHNS

= TpomGoumMTo3a AW TPOMG oLMTONEHIS!

= TMoeuwueHo cepymHo Hueo Ha LDH

= Mosumuenn yypkynaymorHn CD34-no3uTUBHU XeMONOSTIMHI NPOTSHUTOPHI
KNeTkn
Huckk 06wy xenectepon

+  MonekynsipHn aHomanuu®4
- JAK2 VB17F mytauma B ~50% oT nauneHrure
- MPL W515L/K myTauma 5~10%-11% oT nayneHTTe
— Hosw (no-peaku} JAK-akTusupalm Myrauym ce oTKpuear, Hanp.: LNK
—  XpOMO3OMHUW aHoMAarnul
« del(20g}, del(13q), +8, +9

LDH, lactate dehiydrogenase; LNK, [ymphocyte adaptor profein 1 Tetlari A, ot al Gncer. 2007 10%(10):20532085

2. AbdalWahab Ol. Levine RL Annu Rev Med. 200360 233245
3, Tafferi A, atal. Nat Rev Cita Oneol. 20088:627-837.

[ -
B 4. Carvantes F, et al. Blood. 2009;113{13):2305.2901

KD 2 WA TEWAT 11 MM SKEOISEAAS - EXL T o

¢ KnnHWYHW Haxogkn

— AHemus

— CnneHomeranua*

— Xenatomeranns*

— MerakapuounTHn knacTepHn obpasysaHna
¢ KnuHUYHK cumnTomMu

— ®ebpunntet

— HowHo uzneTaeaHe

— 3ary6a Ha Terno

— Copbex

— Ymopa

— Bonkn B kocTnTe

— Bonka B 06nacTTa Ha cneskaTa

*UeqTo 66 AITKU HE SKCTPAMEAYIAPHA KEMOM0e3a

HALIO-ATIL CTIELJALTAPAAS BT

@ 3 AFIIHO U= 42 XELA CIIO] A 050 M- 24(, P Cot Abdalihshab Ol, Laving RL. Anny Rev Med. 2009:60:233.245.

MF nporHoCTUYHK hakTopu

MporHocTUYHKU chakTopK, 3acaraiim
npexwBaemMocTTa npu nbpeu4Ha MF

+ MawaBeH aHanus Ha 1054 nocnefosaTeNHo ANardocTULpaHi NaLMeHT ¢
PMF e 6un usnonssaH, 3a ga ce UAeHTUhULMpaT pUckoBUTe dakToph npr
MpeacTaBsHeTo. PUCkoBUTe thakTop ca Mpe AcTaBeHW crpsAMo Haii-BUcoKUs
PUCKOB KoethiILMEHT onpefensll, cMbpTHOCTTa.

PuckoBUW thakTopi NpU NpeacTaBAHeTo Ha PMF*

KoedmumeHT Ha pyck
Puckos taktop YectoTa %

(95% Cl)
Hgb <10 g/dL 35.2 2.89 (2.46-3.61)
WBC count > 25 x 10%L 9.6 240 (1.83-3.14)
KeHeT. cumntomMmn 264 1.97 (1.61-2.36)
Bkapact > 65 roguHun 44.6 1.95 (1.61-2.36)
MNepudrepHin Bnactu > 1% 36.2 1.80 (1.50-2.17)

* Risk factors were selected in the stepwise Cox regression model for significant association with shorter
survival in 1001 patients with the 5 variables available; P= 8.001 for all variables.

13
.. ASKCHD D 2V AUAT O M JB0FA P - AL . S Gervantes F. atal Blood 2009:113(132395-2801

CpegHa
PuvckoBa rpyna Bp. thaktepu NpPeXkUBAEMOCT,
Meceuu (95% Cl)
Bricok =3 27 (23-31)
CpeneH 2 2 48 (43-59)
CpeneH 1 1 95 (79-114)
Huyebk 0 135 (117-181)

= CncTeMara 3a oUeHABAHE BaMM CaMo 3a nbpeuyHa MF (He ce skmioueaT post-ET nim post-PV MF)
+ Tasn MIKNICUNTENHO EIEKTHEHA NMPOTHOCTAYHA CCTEMATA 33 DLEHABANE CE DCHOBABA HA
HATMUNETO HA CIIBAHNTE PUCKOBA (HEKTOPM, CB BP3AHM ChC SA0NABAHETO

— Hgb <10 g/dL

— WBC > 25 % 10%L

— KoHCTUTYLMOHAMHN CMMITOMM
— Buapact > 65 rognHmn

— [MepucbepHn bniactn > 1%

————

[ 14
O 3 SETVHIO I WIE 1: KEA™ONOT - SHICTFBAINA- AL . Cokin Madfied from Gervantes F. at al Slood. 2009:113(1 328952801

OCHOBHM ANArHOCTUYHU KpUTEPUU Ha
C30 o1 2008 r. 3a [MM®

MpeanoxeHu ot WG kpuTepun 3a
AnardoctuumnpaHe Ha Post-ET/PV MF

Atvnea n Ha o
PETHRYNMHOBA N KonareHoBa (vbposa
it
B cnyuai, uanee udposa, ama
MEraKapHOLMTHTE TPAIBBa Ala 6 LAaT GBLE3aHN G N0 BHILIRHO KNETLUHO GhAbRKaHME B
TpAGea ga KOCTHUS MOSLE, o ce ¢ va W Hamanera
epponoesa s Hakon cnytan
oTroBaps Ha 3/3 ErTEo =
OCHOBHW He oTropapa Ha kpuTepumTe Ha C30 3a PV, BCR-ABL1-noswrvaxa XMA,
eH CHHOM UNK ZDYIY MHEnOH A HapyLIRHYS
KpUTEPUA
Harmave wa JAK2 VETTF MyTalwa nnk £pyr mokaner mapkep karo MPL WS15L/ K
it
ﬁ (KO HAMKILE HSTMA KTIO HAMTHI Map KEpPH ) NTUNCA Ha UBPC3a HA KOSTHIS MOTLK BENEACTEME
Ha MHpe kUM, BBTONMYHHO 3a5ONABAKE MMM APYTO XPO HAMHO BBINANMTENHO G bATORHNKE,
n KOCMATO KTIET LYHA NEBKEMHA MK APY M
snokavecraem WNW TO Ko WK MUBRORaT W

Ny

Tpabea aa | "' e ohY ‘ H Mannupawa ce cnnenomeranns] ‘
oTroBapsa Ha 2/4
BTOpoCTeneHH! \NeekcepuTpoBnacTesa ‘ ‘
KpUTepun
15

Sudiow SH. Lyon, Franca: |ARC: 2003,

Post-ET MF Post-PV MF

1.MpeawesTsawp ararnocTaunpare va ET, 1.MpepuecTsaup quariocTuy apare Ha PY,
oTromapsWE Ha kpuTepuiTe Ha C30 3agLIrKMTENHN oTrosaps e Ha kpuTepuiTe Ha $30
[ “
2. 28 crencn hubposa na KoCTHA Mo3EX KpUTEpMH 2.2 Grenen hubposa Ha KovTHA MoSER
{ro cwana 03} wnu 34 {no ckana 0-4) {no cxana 0-3) wnu 34 (no ckana 0-4)

n AHGMAA AN Tpaiina 3ary6a Ha
HEOBXORMMOTTTA OT LMTOPEAYKTHEHA

ﬂ TEPanuA NNy KPLBOonycKaHe
TNeekozpHTpobnacTosta
TpAGBa ga nepudiepHa KpLBEHE KApTHHA

OTroBaps Ha 2

Aremna o Hgb & 2g/dL ommrenne
CNPAMO HIXOAHHTE CTOMHO OTH

TleakoepHT pobnacToaa
nepudiepHa KpLBHa KapTAHA

2 5.cm ysenvasare Ha nannupaua ‘

@ CTMEHOMETanys Nk NOAABa Ha

HoBa = 5m yBenKY@BanE Ha NannApalia
t Honwnunrennn @ CNNEHOMErANMA MM NOABA Ha
KpHrTepMK HoBa cnekowMeranvs

‘ MNeermapare na LDH ‘

PaseuThe Ha noBade oT1 0T 3
KO HETHT ‘)\NG

PasBuTHe Ha noBa4e oT 1 0T 3
KOHGTHTYLMOHANHA CAMNTOMA

Working Group

Barasi G, at al. Leukenis, 200822438 438,
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CbBpeMeHHN MeToan 3a neveHne Ha MF n
oYaKkBaHW pesynTtaTu
MedukamenmosHa mepanus

CbBpemeHHW METOAN 3a NeveHne Ha MF n owaksaHu
pesynTati. TpaHcnnaHTayus, Xupyprudecka unm
nbyeTepanva

« MsnonseaHnTe 40 MOMeHTa NeKapcTBeHN Tepanuu He NOBNUABAT
ecTecTEeHUA Xoa Ha MF'
— AHgporeHu: danazol
— KopTukocTepougn: prednisone, dexamethasone
= XummotepanesTuuy: hydroxyurea (HU), melphalan, busulfan
— ATeHTW MHAYLMpaLLy epUTponoesaTa
— NeHanuaoMn, TanuLomug,
— Tymop-HekpoTusmpall, tpaktop anda (TNF-o) uHxuBuTopu
¢ HannyHuTe MejMKaMeHTW 3a TpeTupaHe Ha MF ce cBbpseaT cbe
CbLieCTBEEHN CTPaHNYHW €heKTH KaTo NeBKeMNYHa TpaHChopMaLmns,
HeBponaThA, 4enpecua N Muenocynpecna’™>

FDA npes 2011 r. u EMA npes aBryct 2012 r. ono6puxa
NLPBUSA cenekTUBeH HHxuBuTop Ha JAK1 n JAK2 3a
neveHne Ha M - Ruxolitinib

1. Aiahab O, Leving L. fero Rey e 200960 253245
na-Yi C. etal. Oncojogist 20061 1:928:943,
3 ewa . g1 51 oo 2008113(22):5384-5400.

o7 1o ks oo e o
@ Q4SO TSI 1A XENATOROr M SABONFTES 17 LAL . Tt

7% o s o i o

+ AnoreHHa TpaHennaHTaUWsa Ha cTeonoen kneTkn (alleSCT) B
MOMeHTa NpeCcTaBMsBa e AMHCTBEHaTa Tepanus ¢ NoTeHUMan sa
nanekyeaHe'

— MuenoaGnatusHa alloSCT — 5-roguwHa nMpexubsieMocT Ha 14% 1 62%
33 NAUMeHT CbOTBeTHO 2 45 U < 45 roduHK

— CpefHaTa Bb3pacT MNpy MocTaBAHETo Ha AUarHosata ¢ 67 rofguHu;
MoBeYeTo NaLMeHTH He ca kaHIUAATU sa TpaHennaHTaLys

+  XupyprudeckaTta M MbYeBaTa Tepanua Ha crneHoMeranusTa ca
CBLP3aHN CbC 3HaYUTenHa 3aboneBaeMocT M CMBLPTHOCT M He BINASAT
Ha OCHOBHOTO 3a6onsBaHe

— CnneHekToMUsITa MoXe Ja AoBede Ao obMekvaBaHe Ha cuMNTomMuTe !
* = 8% CMBPTHOCT, CBBP3aHa C npoLeayparal
— OBMbYBAHETO Ha creskaTa MoXe Ja oBnekul cUMITOMUTE 33 KoaThbk
Mepuog, oT Bpeme (40 6 MeceLa)’
. CEBPSBEIT Ce CBbC 3HAYUTESTHM HUBOTO3ACTPALLABALN LATONCHUA

1- Aariahan O Lewina RL A Rey M. 2009.00235.245.
2. Arar

y
@ 34 IV N0 N W R KCA™ON0T I S50 TFRIF AL, 1 T na-YIC, at al. Oneologiat. 2008, 11:929-943.

OLgeHKa Ha peaynTaTtuTe oT neyeHne Ha MF

HamanseaHe Ha ronemuHaTa Ha creskarta € sHa4vma 1
edivkacHa KpalHa Uen 3a nauveHtute ¢ MF

» TonemuHa Ha cneskaTa’
— Nannayus, AMP
. OLI,EHKa Ha cMMATOMUTEe
— dopmynsAp 3a oLeHKa Ha chmnTomuTe (MF-SAF)'-2
- Dpyrw®®
« [BuraTeneH kanaLureT/amByrnaTopHa akTUBHOCT
~ B-mmmyTen TecT ¢ xogene (BMWT)
» EaHoToukesa oueHka
« ECOG 0BLp cheTosHMe
+ EORTC QLQ C30, HAQ
» JleBkeMunyHa TpaHcdopmaLms?
+ [lporpecns Ha 3abonseaHeTo

+ Obuwa npexveaeMocT

ECO6, Eastern Cooperative Oncology Group:
EGRTC. European Organization for Research and
Treatment of Cancer;

AL, Quality of Life Questionnalre;

HAQ, Health Assessment Questionnaire.

1. Verstovsek S, atal. Gral preseniation at 515t ASH Annual Mee ting.
Dacamber 5-9, 2009, Abstract 756.

2. Masa R. Corr Hemato! Maky Rep. 2010 Jan5(1):1521

3, Mesa R, etal,/ Cliz Oncol. 2002:27(15s): Absiract 7083,

4. Wesa R, tal. Blood 2005:105(3: 973977

BB HAOAS CTELATHIEAA STHALY
0 26 3K AEED T Lo HA SEHAIDI N A EGIEAAS: - EAY . S

* HamanseaHe pasMepa Ha cfiesKkaTa ce pasrnexga KaTto
MapKep 3a ycnewHo neveHne Ha MF n crnefjoBaTtenHo e
BaXkeH pesynrar®
— [lopH B HUCKO-PUCKOBM NaLMEHTH, KAUSCTBOTO Ha JKUBOT MOXe
Aa 6bje KOMMPOMETUPaHO Nopagy cNNeHoMeranns’4

— 50% HamanABaHe Ha NannMpyemarta AbMHMHa Ha crneskaTa e
NpU3HAT KpUTEpUii 3a KMIWHNYHO Nojobpenne B MF?

— $asa 3 oT Npoy4YBaHUATA Ha UANUTBAHUTE areHTU B M® ce
W3NON3BAT 3a HaManABaHe Ha roNeMUHaTa Ha crneskaTa KaTo
NbPENYHA KpaiiHa Len®

1. Gervantes F. et al Bood 2009;113(13)2895-2901. 2. hlesa R stal
500, 2008:113(72)5384-5400. 3. Verstavsak S, at al. Chis Cancer
Res. 2010 16(7) 1955-1986_ 4 Wiesa . etal. Cancer. 2006107 361

570. 5. Taffari A ot al Bio0u 2005/10B5)1497-1503. 6.
ClinalTriak.gov isting COMFORT-1 and COMFOR T studies

B8 ALV WA CTE TR B
»

K SHO IE4HE 4 76024 ORS00 54V 544, 7 Comua

OBOBLUEHWE

KAKBA E INEPCITEKTUBATA

+ PMF e knoHanHo sabonAeaHe Ha CTBOMOBK KNeTKN ¢ HeedeKTUBHA
epUTponoesa U AUCNNACTHYHA MerakapuoLIMTHa XMNepnnasus,
OOMKHOBEHO € peaKTBHa thnbpo3a Ha KOCTHUA MO3LK N
eKCTpamedynapHa XxeMonoesa B creskara.

< JAK2V617F unm MPL myTauuuTe gonpuHacsT sa PMF naTtoreHesa
NPY 3HAYUUTENHA YACT 6T NaLUMeHTUTS.

+ AMoreHHa TpaHCNNaHTauMs e eUHCTBEHOTD NeYyeHUs, HO NoBeveTo
OT NALMEHTUTE He OTFOBAPSAT Ha USUCKBAHWATA . [No-ronsmaTta yacTt
OT NauueHTuTe NonyvYaeaT NanuaTtMBHO NevyeHWe.

+  HaprmsaHeTo Ha JAK1/2-CeneKkTMEHW MHXMOKUTOPW & OT 3HayeHue.

7% o cor e o
@ 303HOND IO 1A XENATOROr M BABONFTES 147 LA . St

* OrtkpueaHe Ha MyTaums, npeaxoxaawa JAK2VG17F B
Mmnenonoesara.

* OUgHKa Ha BIaNMCAENCTBNETO MEXAY pasnuyHuTe MPN
MYTaHTHW anenu.

* [IporHocTU4Ho 3Ha4YeHne Ha pasnukute B JAK2VG17F npn
PV, ET n PMF.

* HoBu KNHWYHKW faHHK 33 edhuKacHOCTTa U HeXenaHuTe
edekTy Ha JAK2-ceneKTUBHA U HeCENEKTUBHK HXNBNTOPK
npu PMF.

* OTKpUBaHE Ha OCHOBHATa reHeTUYHa aHomanua npu PMF
6es mytaupn B JAK2 unn MPL.

7% o o i o

©
© 35T 0 N WIC 1 XEA™ONOT I 343C PRIV - CAL, 1 Cocks

Peructbp Ha nauueHTuTe ¢
Muenodubpoza B cTpaHUTe oT
Llentpanna v U3touna EBpona

OuakBaH Bpoii NauMeHTN 3a Besika cTpaHa
(BasnpaH Ha NpUBNUSUMTENHA oLieHKa Ha pasnpocTpaHeHUeTo 6/100 COO!

eKcTpanonuvpat sa nonynalluATa Ha ChOTBETHUTE CTEaHIAZ

Arpxasa MNonynauusn NauneHTn ¢ MF
Anbarma 3,544,808 213
Asctpis 6,174,762 480

Bocka 1 Xepuprozasa 407 508 24
Bwnrapna 7,517,873 451
Knpeatis 4,496,869 270

PenyGnuxa Uexna 10,246,178 515
Vurapus 10,032,375 502
Maxeaosms 2,040,085 122
Moanoza 3933679 238

Crpfua n Uepna ropa 10,825,900 550
Crosakna 5,423,567 335
CroeeHna 2,011,473 121
PymuHuAa 22,3555%1 1341
Ykpaia 47,732,079 2854

2.5 Seasus Buresu, tenaansl Data Base
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

EnnaemnonorudeH peructep “Muenocubposa”
dopmynap 3a MUHUManeH Habop oT gaHHW (Pezlome)

MHPOPMALIMA 3A MEOWMUWMHCKNA
CMNEUMANMCT, NOMBbJ/IBALL $OPMYNTAPA

+ WHOOPMALIMA 3A MEAUUWMHCKWA CNELMANMCT, NOMBNBALL
GOPMYNAPA

+ WHBOPMALIAA SA MALIMEHTA C MMENOGIAEPO3A

. Oemorpadciu 4aHHN

JIM4HM AaHHN Ha nauMeHTa

Kbae n kora e Gun gnarHo cTiLMpaH NnagenTsT
Bua muenodmbposa

Kputepuu 3a Mupsuuna muenodubposa
Kputepuw 3a Bropnyna muenodgpubposa

. MI3BbplieHW AMarHOCTUYHU TeCTOBS
MpeawecTeawa Tepanus

. Tekywa Tepanns

R S

25

+ TpUMMEHA: (oo

+  MecTopaBoTa: .....cocooveeieeeeee

< TRAL e
+ ¥Yrumua, No: .

+ TeneoH: .....cococeeens

< Email

2%

MHPOPMALINA 3A NALUMEHTA C MMENOPUNBPO3A
1. Aemorpadhcku gaHHN

+ [laTa Ha PaRBAHE: ..o

+  MscTo Ha paxaaHe: .

+  MecToxutencrso:
- Ipag ..
- Ceno ..

27

MHPOPMALIMA 3A NALUMEHTA C MMENO®UBEPO3A
2. JIN4HM AaHHU Ha nauueHTa

+ 1, 2, 3= {Tppeume ykel om uMeHama Ha Nalexma
< 4, 5-[ama Ha paxdane

« 8, 7- Mecey Ha paxdare

« 8, 9-loduHa Ha paxdaHe

+ 10— on na nauuenma(F=mena, M=wbx)

MHPOPMALINA 3A MALUMEHTA C MMENTO®UBEPO3A
3. Kbae v kora e 6bun guarHoctuymupaH NnaymeHTsT

+ [aTa Ha NocTaBAHE Ha AUATHOSE: .....ocevrrrvereceniceens

MH®OPMALIMSA 3A NALUMEHTA C MVENO®UBPO3A
4. Bug muenocdubposza

Q MbpsuyHa

+  BbspacT B MOMeHTa Ha AUATHOCTULMPAHETO! ....ooevnn.n 20dUHL QO BropuuHa
[ v T
+  KnuHWKa, KBAETO € MOCTABEHA AMATHOBATAL w.ovvvvesicecees st iisene e
. Me,U,I/IL(IAHCKVI cheUuanicT, NOTBbPLMN gnardHosata: .................
28 30
5. Kputepun 3a MNupeudHa mnenogubposza
6. Kputepuu 3a BropuyHa muenocpudposa
TlocT-nanuueremun pepa (FV) ‘I TlocT-eceHUH 2.1Ha TPOMBOLHTeMHA (ET)
Ocnosan wpntepnn Bropocrenennn ipnrepnn
Psnickcnann pHTepHn
7 [Ammns @ nponndepais Ha METAKAPHOIHIH, 7 |Meexoepurpobaactoza T ZioRyonmatiss &7 yoTnonens avariosa PV v ET, AepRispans mo RpHrephirs 1 C30
P obuKHOBEHO © =
Konareuora upoz
ani T Kerroneaans grbpnsa crene 2-3 (a0 ckana 7 0 an 3) kan crench 94 (no skans o7 0 ag 4)
B cnyai, e v ¢ Hannge sHamTEANa
petmrynuHoza BEbpO3A, HIMEHEHMATA Ha Tonmanmrennn kpurepnn (=2 om8) Tomnannrennn cprrepnn {=Z o7 5)
MeTaxaproLNTHTE Tpibea Aa Gaat coupsany ¢ T [ Aerir mnw paiina sarya v ol et 1 22 MG Raranenite o7 FmnaweTs SToRRoeTE 13
OBHIICHO KACTEHHO Ch\bPHAHHE B KOCTHIS HEOFOIMMOCTTE 0T KPLROLYCKEKS (MK
MOZBK, OTAMMAFALLO CE C FPAaHYIOLKTHA TCHCTRIG 1A MKTOpCRYNTHRN TEpaMKS) WK
nponEdlepaliEs i HAMANEHA EPHIPOTIOE2a B HSIKOH OT UMTOPSAYRTHRND TEPANKR 2
caynars [E—"
(uamp.: npedubpoTIMEa enynapHa daza Ha | MerkoepirpofinacTua mepudepHa Kpbaia n TlerkoepHTpoGaacTHa Mep HePHa KPLRHI KApTHED
safonseanetc) KapTHED
a He orozapa ua spurtepuite va C30 32 a Yeemrienne muzoto ma LDH l ¥eenimienne ka cnnekonsrankata o1 =5 om |1 FRENMMSHHT KA CINSKONSranKATS 97 5 O ik noaRa Ha
MO TEMIA BEPA, XPOKIMHKA MHENOTEHHA I [0SRE HE HORS HANTHPYONS HOBS MANMHpYeNS CTNeHOMeranKS
NCEXEMEA, MHSAOANCIACTINEH CHEAPOM WIH
npyra mpencmana Heonazya T | Pasmnmme ma 21 07 3 RowInT yuRonanmm Il Faznwrhs 18 21 07 3 RoRCTHIYURORANAR cHITTaNK. > 10%
cnnirrons: >10% sary6a ke Terma 33 6 580Y63 HB TOrTI0 73 6 MGCRIIE, KO KK H3MOTH RS HHS, HEOBICHKN.
T |Hewonctpauns ma JAKZVB17F nan snomanck T |Ancuas MOCRLR, HOIHH K3 TOTE R3S, HEOBSCHIN befprnier (=37 5°C)
wapxep (MPLWS15K/ Ly, maw, npw nmea xa ebprnierer (237 5°C}
KAOKANex MapKep, AMTCa K3 AOKAZATEACTEA 32 [l Vrsnterstons 1 MK SRR TeRER T
KOCTHO-MO¥sHIa PHGPOIa WDKAIA ce Ha cxprT | 1| Llanmmpaiia ce caneromeramis
31 | eranamuremin wan apyrH 2n0KAMECTEEH
aGonspanus
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WMHOOPMALIMA 3A NALMEHTA C MMENO®WEPO3A
7. OnarHoza

MHPOPMALIMA 3A MALMEHTA C MMENO®UNEPO3A
8. MpeaLwecTBalla Tepanua

TIHarnocTHANA TecTORS Hronanenne Pewyarats: DT BETE oo ra—

Mopdonoris

ACTMpaUKS HA KOCTOH NOTLE ofla oHe — "

Tyenanefnoneics us Koeron Mot olla e Tepanus Tlpunowenne Josnpon i {acTaiiim), akn ¢ npuoweHa:

Anorcms SCT o Jla o He Axo 3
© CTaHREPTO KOHMUND HHpaHE

Uprroxhncs ofa o He © HNHETONAH A THANO KORAHLNORKpS e

Mnynodermmmnpans (CD34 (kpan)) o 7la o He

UproreeTrka

Ph xponasan olla ©He .

FISH (Ph xponesona) ofla oHe Dlowop oSibling o MUD
HITOUHKK H3 CTROMORK KNeTKK: O KOCTeH MOSBK
© Kpae 0 Thnka spee

Mon<kynspua reneThra AHIPO KK o Ja © He

FLT-3 ofla o He Busulphan o [ o He
BCR-ABL oda oHe Xmaporcuypes o [ o He
JAK2 yTaumm olla o He Fo— EF o
OfaRaNe Ha cneskaTa o Tl o He
Mirrepepon-anga o I o He
Tankgonka, +/- Tipeorson o o He
- Mpeaw ot o He
Tlonan kaonma, o o He
Fuofakka o Jla © He = = Y
HLA-mHmi iparce: olla o He JAK2- uHxkGHTop M © © He
55 Tigar+ (nona yroui).
WMHchopmaLmns 3a nayueHTa ¢ muenocgpunbposa
9. Tekylwa Tepanus
OF BT oo o} (oo

PaseuTite pagepa Ha GriesaTa (3a TaLUEHTI

Tepannn Tiprmomenne Tiwsnponea (aeTahn), ar < AprRaenal

Anaporcan C) o He
Busulphan o o He
Hraparcrypen ) o He
MHicredpepor- anda ol o He
Tanwaonwn + Tipeaunson o Jla © He
Tenanuagwna +- Tpagnzon o= o He
Tiowanaonsa o Ja o He
Etemecept ) o He
LR —— ol= o He
Tpyre (wons yromn):

35
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

EKcnepTHU LeHTpOBe
3a Tanacemua u xemopunuma
B bvarapus

Aou. Banepusa Kanesa,
Dou. Freopru Muxainos

XEMODUITNA

« CaeToBHa thegepauma no
xemotpurusa (ChX, WFH)

“LLUMPOKMAT CEKTbp OT MOTPEBHOCTH HA
XOPATA C XeMOCHIIAA W TEXHNATE DAMAIMN
MOTaT f4a GLAaT YA4ORNeTEOPeHH Hait-405pe
B CrIELMANMMpaHl LIHTPOBe Upes
KOOPAMHUPAHO AOCTABAHE HA KOMMISKTHM
3APABHI TPMAKH OT MYNTUAMCLIMMTMHAPEH
KN B CLOTBETCTEME C HALWMOHANHA
PBKOBOACTER 38 GNAMHOCTHLHO N
TepaneBTM4HO NoBeaeHuMe.”

WWFH. Guidelines for the management of hemopilia
2% gdition. Quebes, Mentreal: WFH, 2011

¢ O
n

[

i
[

Pefa

TANACEMWA

+  MexayHapoiHa defepaliis no
Tanacemusa (MeT, TIF)

“XopaTta ¢ TanaceMnAa TpAbea 4a Dwgar
TIEKYBZHN W POCIIZAAB AHA B SAHOA HEBHH
CMIELMANNSMPAHN LEHTRORE OT
MYNTHANCLAMTTAHAREH MEANLMHCKM SKAM,
SALYOTO KAUECTBOTO HA TOBA NENEHNE C&
M3MEPBE € 482 LT NO-AbITbT HOBELIKM
HneoT.”

™
George Constantinou, Berlin March 2010 é

TANACEMUA

Am J Hamatol. 2009 May:84(5):317-8.
The influence of treatment in specialized centers on survival of patients
with thalassemia major

specialized centers

b=
N

crw
***** Ic
cuw A
non-specialized centers
see i i i i i [l i
0 5 10 18 20 25 30 35 40
AGF (years)
9 B8 8 « o o 0

f—
rcrationa

George Constantinau, Berlin March 2010 é Federagor

XEMOGUINSA TATNACEMMS MAMOP
¢ 1Ha 10000 B cBOTA * 1Ha 100000 g ceeTa”
1Ha 10 000 8 EC*
¢ Bwnrapuws: +  Bwnrapus:
- Xemodpurus A + B: 626 - Tanacemuna mMaiop: 255
- bonect Ha Willebrand: 80
- Opyrm HapylweHns Ha
KPEBOCECAPBAHE: 68
Buspactim | feva | OBwo Buspacthm | feya | Obwo
Codns 223 29 252 Codnst 51 37 98
MNnoeane 140 23 1683 Mnoeaue 30 25 55
Bapra 91 32 123 Bapha + 15+ 22 18 34 +22
Cr a7 5 92 Cr. 14 10 24
MneseH 89 21 90 Mnepen+ | &+7 7 15+7
OB 510 110 720 Obuwp 157 98 255

* Srivastava A, et al. Guidelines for the management of
hemephilia, Haemaphita 20121-47

* Galanello and Origa. Orphanet Journsf of Rare
Diseases2010, 5:11

BPOAEHW KOAYTIOMATUN / TATTACEMUA MAOP

MauneHTn ¢ BROASHK KoaryneonaTu U TanaceMus B Brnrapna
-975 -

.
Gumerpa

nepmeS ik

Aynnnua

.
Bnaroesrpan

XEMODUINA / TATIACEMUA MAOP

YMBAIT / MBAN

« Meyerne Ha
KMBOTo3acTpallaBalln
KpBBEOUSMUBU

« XeMoTpaHc by sum

Hobonnuuna noMmott,

« MpogrnakTU4Ho
NeveHUe Ha Texkka
xemodunva

+ [leyeHre Ha
AUBOTOHesacTpallaBalLy
KPLBON3NUBU

« Xensazo Xenatupawe
nevyeHue

XEMOQ®UIKWA / TANACEMUA MAMOP

YMBAJ Hobonnuyna noMoly
CrnieumanusupaHn CeMeeH nekap
KoMUCHn

* NpeanuceaHe Ha
MegUKaMEHTU

* onpefensdAT Buaa u
pexXuMa Ha NedeHue
*npoTokon Ao H30K sa

paspelleHve

XEMOD®UINWA / TANTACEMUA MAOP

KOHTpOn Ha neyeHwe v NpocnefdBaHe:

+ HepernameHTUpaHo
* HeCUCTEMHO
. ,ELOEPOBG]'IHM Havana

J

J

YMBAN

BonHu4eH xematonor

* XQCNUTaNnM3auuAa a
KpbBOMnpenueaHe

+ Xocnuranusauus sa
neyeHWe Ha
WBoTosacTpallaBally
KpBLBOUINUB

* NOAHOBABAHE Ha
npeTokon

Hobonnuuna nomouy

Ho6onHuveH
xemaroror

* NnevyeHWe Ha
KVBoToHesacTpallaBall
KpbBOUZNNB

*NedHOBABaHE Ha
npoTtokon
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XEMO®UINA / TAJTACEMUSA MAAOP

YMBAI / MBANT

+ cneynanuet —
XemMmaTtonor

HoSonnuyna nomoty

+ cneyuanuet —
XeMmartonor

XEMOD®UINA / TANTACEMUA MAWOP

YMBAR/ MEAN

+ cneynanuet —
XemMmaTtonor

HoBonnuyna nomoiii

+ cneyuanuet —
XemMaronor

XOCHMTQJ‘IMSMPEH!

XEMO®UINA / TAJTACEMUSA MAAOP

YMBAIl / MBANT

+ cheynanuet —
XemaTtonor

xocnmanmsmpaﬂ!

HoGoanuyna nomoiy

* cneyuanuct —
XeMmartonor

4 BeannaTHy BUSUTKH
3a efHa reavHal

XEMOD®UINA / TANTACEMUA MAWOP

YMBAR/ MBAN HoGonanuyna nomoiis

* KOHTpONHWU
uscnegsaHuA

* KOHTponHMW
nscneaBaHWA

* KoHcynTayuu c
Apym cneunanucTu:

* KoHcynTauwm ¢
ApYyrv cneyuanucTn:

- Kapgworor - Kapavonor

- Xenatonor - xenaTtonor

- eHOoKpWHoMNor - eHACKPMHONOT

- opTonen, - opTones

- huznoTepanesT - thusnoTepaneBT
? ?

EKCNEPTHU LUEHTPOBE
3A TANACEMUA N XEMODUINA
B BbIIFAPUA

XEMO®UINA

NPUOPUTETH
3A NOAOEPABAHE HA 3APABETO
W KAYECTBOTO HA XUBOT

*  [NpeBeHLMs HAa KPBEONSNMBU U CTABHO YBpeXgaHe
¢ HesaBasHo (B paMKk1Te HA NBPEWUTE 4BA 4aCA) 3aN0YBAHE HA NeYCHUES NPy
KPbLEON3Nue
¢ JleysHne Ha yonomHEeHUA:
-- CTABHO N MYCKYNHO YBP@XAAaHE U APYIM NOCNESACTBMA OT KpbBOUINUEN
-- pasBUTUe Ha UHXMGUTOpK
-- TPEHCMUCHBHO NpeAaaeHi nHekun
*  Tpwxa 3a nocuxnyHoTo 3apase

WFH. Guidelines for the management of hemophilia.
24 sdition. Quebes, Montreal: VWFH, 2012

UEHTEP 3A KOMMNNEKCHO NEYEHWE HA XEMO®WNWA

1. MyNTMAMCUMNIIMHAPEH EKKIN C NOIHAHNSA M ONMWT B IPYXKNTE 32 (PHINUECKOTO K
NICHXMYECKD 34PaBe Ha BOSIHMTE N TEXHNTE CEMENCTBa
CcHobeH ekvn:

+ PukoBognTen — neguaTbp-xemMaTonor, XeMaTosior 3a Bb3PacTHN UK JIeKap G onuT B
06acTTa Ha XeMecTasuonormsiTa

* KoopanHaTop — MeAMLyHCKa cecTpa:
-- A2 KOOPANHIPA NPEAOCTABAHETO Ha PUXK
-- Aa MpoBexAa 0ByYSHUS HA NALMEHTN W TEXHUTE CeMeiicTea
-- ld OGBIWECTBSIBA MbPBW KOHTAKT G MayneHTa
-+ KOMMETEHTHO 18 OLHSIBA 34 PAB OCIIOBHOTO ChCTOSHME Ha NALMEHTa 1 aa

OCBLECTEABA MBPBOHAYATHI TPUXN NPK HeoBX0auMOCT

« EkenepT/n no myckynHockeneTHu sabonseanus (nsnoTepanesT, eproTepanssT,
opTonea, peemaTonor)

+ NaGopaTopeH cneyuanuct

¢ MonxocoupaneH ekcnepT (coLuaneH paGoTHIK n/unu ncxonor)

VWFH. Guidelines for the management of hemophilia.
2™ gdition. Guebes, Mentreal: WFH, 2011

LUEHTBP 3A KOMMNNEKCHO NEYEHWE HA XEMO®WUNWA
Lonwnturenen exun:

« CnaswanueT no XpoHU4Ha Bonka
Cromatenor

FeHeTHR

« Xenatonor

* UHpekymormeT

* WUmyHonor

FnHekonor
« KoHcynTanT npochecroHanto opreHTMpate

2. 334 IDKMTENHN YCIIOBMSA

+ XemocTazuonorniHa nabopaTopus

« OBpasta gnarHoctuka (Y3, MPT)

« CenrypaBaHe Ha Ko aryNaLUMOHHM bakTopH

« Ooctsn go BesonacHyi KpbBHW MPOAYKTY (NNasMa ¥ KpHo NpeLmMnKTaT)

« HocThN 3a oCLWECTBABAHE HA TMNCOBA NPEBRBLAKA/ LWMHVPAHE NP HE CEXOAMMOCT
+ BL3MOXHOCT 33 OCUIYPABAHE HA CTALMCHAPH NeUSHUS NPH Heo BXoAHMOCT

WWFH. Guidelines for the management of hemphilia.
2™ edition. Guehes, Mentreal: WiFH, 2011
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3. GyHKUMKN

yorosust

LEHTBP 3A KOMMNEKCHO NEYEHHUE HA XEMO®UNUA

* [a ocurypsiea n KoopAuHNPa rpUTe 3a NaueHTTe B BONHUYHA 1 N3B BHOONHUYHK

+ [a nposexaa oby W A8 3anovea g

JedeHNe Noj HeroB KOHTPON

[a nposexaa oby Ha NALASHTH,

3810B0NESHA

obpaboTeaHe n NyGnnKyBaHe Ha AaHHI

TPWXK 33 NALMSHTI C X8MOUNUA, 1 Aa rapaHTupa, 4e HyxXaute Ha GonHuTe ca

+ [la NoaA bpXa PerncTLpP ¢ 4eMorpadicki N KITMHWUYHW AaHHN (Hai-300pe
KOMMIOTbPU3MPaH) U A3 HAGHPHABA CLTPYAHNMECTEO MEXAY LeHTpoBeTe B

Korato e BbaMoxHe, Aa NpoBexaa yHAAMEHTAIHW 1 KTMHAYHN M3CNeAB aHus
CAMOGTOSITENHO MK B CbTPYAHNHECTBO G APYIN LgHTpoBe

Ha dhaMunim 1 4pYTn Xopa, nonaraup

WFH. Guidelines for the management of hemophilia
2m edtion. Quebec, Montreal: WFH, 2011

XEMODUNNA

NPUOPUTETH
3ANOAOEPABAHE HA 3PABETO
W KAYECTBOTO HA XKUBOT
¢ TpeBeHLMA HA KPLBONINUBY 1 CTABHY
yBpexaaHe

* HesaGaeHo (B pamknTe Ha nbpBuTe
ABa yaca) 3aAMoYBAHE HA NIRYSHNE NPpK
KpbB OU3NME

+  TNeyeHne Ha YoroXHeHUATA:

-- GTABHO 1 MYGKYJIHO YBpe®aaHe u
APYTY MOGIEAGTBIS OT
KpbEBOU3NNB K

-- passuTre Ha MHXMGUTOpK

== TPAHCMUCUEBHO MPejageHu
urcpekLm

«  Tpurexa sa NCUXUYHOTO 34paee

TANACEMUA

APUOPUTETH
3ANOAOEPABAHE HA 3[PABETO
WKAYECTBOTO HA XKMBOT
+  QCUIYPABAHE HA KPBB 1 ONTUMANHD
Tpa HCK*]YSVIOHHO neveHue
. Ocmrypﬂaahe Ha onTuMarHo
XenaTtupawpo nevyeHune
* OUEHKA U MOHUTOPUPAHS Ha XENIASHO
HaTpyTIBaHe 1 eeKTa oT
XenatupaweTo nedYeHue
. PaHHa AWArHO33a U NeyeHue Ha
YCNOXKHEHUsTA:
-- CbpASHHN YBP KA aHWs
== XPOHUYHA XenatuTu n Gonectu Ha
HINBMKATE U KT BYHUTE NbTULLE
== ©HJ OKPUHHI ANCYHKLN
¢ KoHTpormpana penpoaykuins,
hepTUNUTST U BpeMeHHoCT
+  Tpuxa 3a NGMXWUIHOTO 34 pase

WIFH. Guidslines for the managsment of hemophilia
2m edtion. Quebec, Montreal: VIFH, 2011

George Constartinou, Berlin March 2010;

é Trassaera
Icerratonsl
2 Fermton

or
Chidren's Haspital & Ressarch Center Oskiand

LEHTBP 3A KOMMMEKCHC NEYEHWE
HA XEMO®WUNUA

1. My/TTMaNCLUHNITMHAPeH KMN ©
NO3HAHMA W CMNMT B IPHAKNTE 3a
4)MJM‘|ECKOTO W NCUMXHNYECKD 34paBe
Ha BONHWUTE N TEXHWTE CeMERCTBa
OcHoBen eknn;

+ PbkoBoAgWTESN — NeanaTbp-xeMaTonor,
XeMaToror 3a Bb3PACTHU UK Nekap ¢
onuT B 0ENAcTTa Ha
XemocTasuonormsa

+ KoopauHaTtop = MeguLyHCKa cecTpa:
=+ A2 KOOPAUHUPA MPEAOCTABSHETO Ha
PR
-- 06Y4SHIES HA NALMSHTY U TeXHUTE
cemencTsa

+ EKCMepT no MycKynHocke e THIA

sabfonaeanua (PusroTepaneeT,

eproTepanesT, opTones, PeBMaTosory

NabopaTtopeH cneunanuct

Mouxocoupanen ekcriept {(couuanes

2m edtion. Quebes, Montreal: WFH, 2011

LEHTHP 3A KOMNMEKCHO NEYEHWE
HA TANACEMHUA

1. MynTnANCUMNINHAREH EKMN ©
MO3HAHNA W ONKT B IPHKMTE 33
d)VIZVIqECKOTO M MNCUXHNYECKD 34paBe
Ha GOMHKUTE M TeXHUTE CeMencTBa
OcHoben exnin;

« PbKoBOAWTEN — NEegMaTbLp-XeMaTonor
WK XemMaTorior 33 Bk3pacTHN

* KoopaunHaTop = MeguLmHCKa cecTpa:
-- A3 KOOPAMHUPA NPEAOCTABSIHETO HA
rpwKn
-- 0ByMeHNe Ha MaLMeHTH n TeXHNTe
cemelicTea

¢ Kapawonor

* EHgoKpuHenor

* XenaToner/racipeeHTepener

* MMouxocoumaneH ekcnepT (coupaneH
paGoTHUK U/unK nouxonoer}

George Constantinou, Berlin March 2010;
Standards of Gare Guidslines for Thalassemia 2012
Children's Hospital & Research Center Oaifand

@ WFH. Guidelines for the management of hermophilia

LEHTHP 3A KOMIMNEKCHC NEYEHUE
HA XEMO®UNKUA

HonLiHnTeneH exnn:
« CneupianucT no XpoHu4Ha Sonka
« CromaTonor
« FeHetnk
« Xenatonor
WHtpeRruMoHMET
WmyHoner
« MwHekonor
KoncynraHT npogecnoHanto
OpUeHTUpaKe

2. 334 IPKMTENHN yeroBus

+ XemocTasuonoridHa naGopaTopus

+ OBGpasHa gnarHoctika (¥3, MPT)

« ConrypseaHe Ha KOarynauvnoHHN daktopn

+ HOocTsn Ao BesonacHy kP BHY NPOAYKTH
{nnasma v Ap)

< PocThN 33 0CHLUSCTBABAHS HA TMNCOBA

LEHTHP 3A KOMNINEKCHO NEYEHWE
HA TANACEMHUA

HonenHnrensH ekun:

« Cromaronor

« TeHeTHK

« HMHchbekupoHMeT
« MWHekenor

- G pempody Sy

« Quemonoa

« KoHcynTaHT npocbecuoHanHo
opUeHTHpaHe

2. 324 L/TKNTENHN YCIIOBNA

* Knukudka nabopatopus

« OBpasHa gnarHoctuka (pesmaes, ¥3, MPT
Ha chpuye U yepeH 8po6, Dexa scan,
Fibroscan)

« Ayduomempus U uzcnedeaHe Ha 3peHue

« [Tecer Gocmsrr do L{TX u ocuaypseare Ha
KpBe

. B

NpeBpPbL3KA/ npv HeoB T
B aMOKHOCT 33 OCUrypsBaHe Ha

WIFH. Guidelines for the management of hemophilia
2™ gdition. Quebes, Montreal: VFH, 2011

T 33 OCHUIYPRBAHE HA
CTALMEHARHE NEYSHMS MPK HyXAa

George Constartinou, Berlin March 2010;

=
012 A recnroen

Chidren's Haspital & Research Center Oaidand

LEHTBP 3A KOMIMMEKCHO NEYEHWE
HA XEMO®WUNUA

3. ByHKUMN

+ [a ocurypsiea n KOOpAUHIPA rPKMTE
33 nauueHTuTe B GONHUYHM n
M3BBLHEOMHUYHN YCroBIA

+ [a nposexga obyveHue 1 4a sanodsa
AOMAILHO NEYSHUe N94 HErvB KOHTPOR

+ [a npesexaa oBy4eHUe Ha NaLeHTH,
uneHose Ha dhamuiim n gpyrm xopa,
NONarawm rpuxm 3a NauneHT ¢
Xemopnivs, 1 4a rapaHTipa, He
HYXguTe Ha GorHuTe ca 3a]10BONeH!

*+ [a noaabpxa permcTep ¢ gemorpadoku
W KIMHWHHK jaiHn (Haii-go6pe
KOMMIOTBPU3MPAH) 11 43 HACLPYABA
CLTPYAHNMECTBO MEX4Y UEHTPOBETS B
obpaboTeaHe n NyGnukysaHe Ha AaHHin

+ KoraTo e BL3MOXHO, A3 NpoBexaa
PYHAAMESHTANHN ¥ KNUHUYHU
M3CNeBaHIs! CAMOCTOSITEITHO NITK B
CLTPYAHIMECTBO C APYTH LUeHTpOBe.

LUEHTHEP 3A KOMMNMEKCHO NEYEHUE
HA TANACEMHA

3. ©YHKUMHK

« Ma ocurypsiea 1 KoopAuHUpa rpuxnTe
23 NALMeHTUTE B GOIHUYHA 1
N3BBHEOMHUYHN YCoBus

« Ma oGbuwecTesBa perynapHo obyseHne,
KQHTPOM U MOMOLL NPpK NPOBeXAaHe Ha
XenaTupawa Tepanus, NeveHNe Ha
YCNOXHeHNATa U Ad NPesocTass Apyri
MEAWLMHCKM TRUXM NPK HeoBX0AUMOCT

« Ma nogabpxa perncTbp ¢ gemorpadc
N KNWUHUYHA g 8HHN (Haii-go6pe
KOMMIOTLPA3NPaH) N 4a Hackpyasa
CBTPYAHUHECTBOTO Mexay LieHTposeTe
B oGpaboTeaHe v NYGIMKyBaHe Ha
AaHHW

* Korato e BB3MOXHO, 48 Nposexaa
yHZ AMEHTANHN 1 KNUHUYHI
nscriegsaHnsA GAMOCTOATEITHO UM B
CBTPYAHUYECTBO C 4PYIN LIeHTpoBe No

WFH. Guidelines for the management of hemophilia
2 etion. Quebes, Montreal: WFH, 2011

Gearge Constantinou, Berlin March 2010;
Standards of Gare Guidelines for Thalassemia 2012
Children's Hospita! & Research Center Oskfamd

Tanacemus.
é Trotssaermia

LEEHTPOBE 3A KOMMNEKCHO NEHEHWE
HA TANACEMWA N XEMODUITUA B B BITTAPUA

1. Mogen

LIeHT L 33 KOMITIEKCHO JleYeHne
Ha [eua v B3pacTHm!

+ HCBANX3 - Cocpua:
= UeHT®P 3a KOMMMEKCHE NeYeHne Ha
Xemotprnva
- LGHTSP 33 KOMMEKCHO NeHe HNE Ha
Tanacemus
« CBANAOX3 - Codbus
= LUeHTBP 33 KOMMIMEKCHD Ne4eHre Ha
ASLA & XeMODHNNA K TaNAcE MUs

« YMBADN “Ce. Meopru” — Mnosave
- LSHTBP 33 KOMMNSKCHO NIe4eHH? Ha
BL3pacTHN C XeMDq}MﬂMﬂ W TanacemMus
= LEHTEP 38 KCMIMNEKCHD NedYeHre Ha
Aela © Xxemotbunns W Tanace Mns
« YMBAN “Ce. MapuHa” — BapHa

- UeHT:P 3a KOMNNEKCHE NeYeHNe Ha AsUa N
BB3PACTHY C XEMOBUIMA W TaNaceMns

LEHTPOBE 3A KOMMNEKCHO NEYEHWE
HA TANACEMMWA U XEMO®UNUA B BBNTAPUA

2. CyGopanHauns

GHHAHCUPAHE

4. My THANCUMNIIMHAPHK EKNNK 33
AeLa N BL3pacTHHM

* XemarosornuHm KinHvkn il hneo Ha
KOMIMETEHTHOCT

¢ Knmnnuna npoueaypaNe S nNe 7, ¢
BKI Ha HOBM e

7?7

* YMBARN “Ce. Mleopm” — Mneeave
* YMBAN “Ce. MapnHa” — Bapha

+ YMBAN - Ct. 3aropa

« YMBAN “T. Ctpanckv™ — lNnesen

« HCBANX3
« CBANOOX3

LIEHTPOBE 3A KOMMNEKCHO NEYEHWE
HA TANACEMWA W XEMODUITUA B B BNTAPUA

5. 3aALMKMTENHN YCIOBHMA
- Courypsisare/npeanuceane Ha
KoarynauponHn paktopu n xenatopn
- ®ubpockaH

6. PYHKUMKN

- BbBeXaaHe Ha GNEKTPOHEH PBrUCTbp
3a XeMO!*)VIﬂVIﬂ W TanaceMus B
HaLyoHaneH Mawat

- AKTYanuaupaHe Ha CblLeCTBYBAILMTE
anropntMu 1 I/ISPEGOTEEIHS Ha
HALWMOHANHN PLKOBOACTEE 38
WHTEepANCLMNAWHEPHO NoBeaeHue npn
XeMo UNNA 1 Tanacemns

- MpoBexAaHe HA HAYYHU M3CNSABAHNA

- MPT Ha cpue 1 yepeHn apo6 — ML|
"MposuTa”, Cogria

- DEXA scan npu aeya — YMBAN "Gs.
Mapuna” BapHa

- KoopauHupaHe Ha rpuxuTe sa

nayveHTTe 8 GONHUMHN 1

138 LHOOMHUYHN YCROBAA OT XeMaTenosu

u oGyHeHn Mea. cecTpu

OBGyyeHue Ha NALNEHTN 1 poAuTENn

- KoHTpos Bepxy NleueHneTo C xenesHn
XenaTopu 1 KoaryNaumoHHN hakTopn

- MpoBexgaHe Ha AOMALLHO NeveHne 1

npedunakTuka npu xemodpurms

MogabpxaHe Ha PerucTLp sa TanaceMus

- MoaabpxaHe HA perucThp 3a Aeua ¢
XeMOhUNNS B HAKOM OT LEHTROBETE

- YyacTie B KNMHWYHN NPOYYBEHUS
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LUEHTPOBE 2A KOMMNNEKCHO NEYEHNE
HA TANACEMWA M XEMODUINWA B EBNTAPUSA

7. PaGoTHN IPpynn no TanacemMmns n
xemochmnms ke BMCX

* HapLyHUK 38 KNUHUYHO Nosedenue Apy
Bema-manacemun
« MemodudHu yrxasanus 38 OUuaeHoGTIU-
yupare, NedesUe u npocrredseaHe He
L ¢ 8podenu
aHeMUU U KB EYI0REIMUY

« MexayHapoAHN 1 HALMOHATHN HAY|H
chopyMU 1 paGOTHN CPeLUM Ha TeMa
Tanacemust n Xemochtunus

- ME)KAVHEIPOAHW, HaLMOHAITHA U perno-
HaIH1 CeMUHAPY 33 NPOgeCUOHANUCTH
1 NayneHTn c ranacemMns

HauponanHm u pernorantm cpewn 3a
MEAMLWMHCKN COCTPM, CeMeRHN nekapy n
CTYASHTW HA TeMa Taracemus

. BPEKKVI N CBTPYAHNH@CTBO C eKCNepTH 1
©KCMEePTHW LLeHTPOBE M0 Tanasemus 1
XeMoUNNA Ha eBpoNaicko 1
MEXAYHEPOAHO HUBO

LEEHTPOBE 3A KOMMMNEKCHO NEYEHME
HA TANACEMWA M XEMO®WINWA B BBITAPUA

LUEHTPOBE 2A KOMMNNEKCHO NEYEHNE
HA TANACEMWA M XEMODWINWA B EBNTAPUA

« Bpb3ku 1 CHTPYAHUUECTBO ©
HaLMoHaMHN U MeXAyHapoJHU
naLme HTeKKU opraHusaLu

‘& HalpoHanHa
q NALVEHTCKA GPTAHV3ALIMA

L 2

wATAZ,

>

< Pt“"sd%

&

%)
o

N

kN

BULGARIA

Thalassaemia
International
Federation

LEEHTPOBE 3A KOMMMNEKCHO NEYEHME
HA TANACEMWA M XEMOQ®WNWA B BBITAPUA

. Bbsem,u,aHe Ha CbBpeMeHHU
TepanesTUMHU PeXAMU MK
NaLMeHTH & Tanacemus 1
XeMothUnus, BKM. MpodlnakTuiHo
NeveHre Npu Lela ¢ XeModunma

« OByJeHWe Ha MaLMeHTH 1
poaUTEn

LUEHTPOBE 2A KOMMNNEKCHO NEYEHNE
HA TANACEMWA M XEMODUINWA B EBINTAPUSA

« BoBexaHe Ha HaLMoHaHN
perncTpu sa TanaceM1A U sa jelia
© XeMotbUnis

INFORMATIM CENTRE FOR RARE DISEASES AND BRPHAN DRUGS

(R

UHOOPNIALIOKE K LIERTBP 3A PEJIKW BONIECTY W MEKAPCTER chpalpn [
EURORDIS

Easy and flexible data management system
Effective data analvsis and research possibilities
Independence, data security and privacy standards
International advisory board the expert
leadership

Helpdesk service

EKCMEPTEH LIEHTHP 3A KOMMNEKCHO NEYEHMUE
HA TANACEMWA U XEMODUINNA

EKCMEPTEH LLEHTBP 3A KOMMNEKCHO NEHYEHVE
HA TANACEMWA M XEMODUNAA

CamooueHKa no npegnoXxeHNUTe KpUTEepHUn

TMokpuBaHe Ha KpHTepUA

KpuTepuii 3a 08o3HaeHUe
(NBHO, YACTUYHO, HEe NoKPKBa)

Cr3gasare U MpUABPXaHE KM 406 PM NPaKTNKK NBJHO

BLIMOXHOCTH 22 NIPUEM Ha NALMEHTH e

YNpaBneHWe 1 KOHTPR. Ha KAYECTBOTD € BL3MOKHOCT 33 NOKPUBaHE

Mpynarate Ha NoKasaTeNy 3a KAMECTBO M DUEHKA C BIMDKHOCT 32 NDKpUBaHE

HUEO Ha EKCMEPTHM NOZHAHMS 1 DT o

MPAHOE KbM aKTYANHUTE Hayy HWA N3cNeasaHna € BLIMOKHOCT 32 NOKPUBaHe

GubBupare Ha gaHHKU 3@ HAYMHN 1 3APABHA LESW

nuiHe
YuacTue B KNUHAYHN MpOYHBaHMA neaHo
" Ha peH noaxes nuHo
HENPEeKLCHATOCT Ha rRLKNTE MPEs BL3PacTOBUTE NepNoaN NuHG
HenpeksCHATOCT Ha FPWKITE NPEs eTanvTe Ha 3aBoNABaHeTs | NenHo
HacouBaHe Ha MAaUMeHTA B paMKMTe Ha cTpaHaTa u EC nLHe
CLTRYAHWYECTBE C ,ARYMM EKCNERTHU UEHTROBE NeHEe
BPb3KM M CLTRYAHMHECTED C NaUWMEHTCKN DPraHn3aumm NbAHEe
Moo BpABaHE Ka4ECTBOTO Ha MEQUUMHCKATE ey nenHo
ENEKTPOHHD 30paBEDIazeaHe He NoKkprea
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OueHka Ha npeanoXeHUTe Kputepun

BHAMAMOCT Ha KpTEpUS

Kputepui 3a o o3HaveHne

Msknioumren- | Bamen | Moxena-
HO BaXeH TeneH
Cn3aBaHe M NPYALPXaHE KisM A0BPN MpaKTvm x
B LIMOKHDCTM 23 MPMEM HA NaUMEHTA x
‘¥YnpasneHne ¥ KOHTRON Ha Ka4ecTBOTO X
Tpusiarate Ha NOKAIATENM 32 KAYECTBO U OLEHKA x
HUBO Ha eKCTIePTHM MIO3HAHUA U ONUT x
MPUHOC KBM AKTYaNHUTE HAY4YHW M3CneaBaHun X
G uBypatie Ha AaHHM 3a HayHM M 30PaBHM LEnn x
Y4acTve B KIMHIHHM NPOYHBaHAR x
V3non3maHe Ha MyNTUAUELMNNMHAPEH NOAX0A x

HenpeKCHATOCT Ha FPVIKITE NPes BL3PACTOBMTE NEPHDAN | X

HenpeKscHATOCT Ha rpUXUTE MPES ETarMTE Ha x

Fﬂai%’&%%ﬁ'ﬁa NauMeHTN B PAMKATE Ha cTpaHaTa u EC X
CBTPYAHVHECTEO G APYIM EKCNERTHW LEHTPoBE x

Bpe3kM N CBTPY.OHUHECTBO C MaUMEHTCKN OpraHasaunmn x

n oHa yenym x

ENEKTPOHHO 34paBeonassaHe

n3soau

B Eknrapvm Ma Ch3gageHn YCNoBWA 3a paskpuBaHe Ha
LieHTpOBE 32 KOMIINEeKCHO neYveHne Ha XeMo v n
TanaceMvs

KpuTepuiTe Ha EBPOMNeicKUsl KOMATET Ha eKCrepTuTe Mo
penkn GonecTu 3a Ka4eCcTBO Ha eKCMNEePTHUTE LIEHTROBE ca
MPUIOXKUMU 3a LIEHTPOBE Mo XeMothUINUA U TanaceMus
HeoTnoxHu 3anaqu:

a) Bb3MOXHOCT 3a MpeArnMcBaHe Ha MeaUKaMeHTU 3a
AGMaLLHO NeveHue

6) BB3MOXHOCT 3a 0THMTaHe U (hrHaHCKpaHe Ha
W3BBPLIBaHUTE JEVHOCTN
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Pexabunutayua npu
HexoaXKuHOB Aumdpom

Dou. Tpoituo Tpoes,
A-p XpuctuHa MunaHoBa

ETUONOTIARA:

DaKTopHTe, IOBHIIABAIIY PHUCKA OT pazBuTHE Ha HXI ca:

T'eHETHUHO IIPSAPA3NIOIOKESHHE

QaxTOpH HA OKOIHATA Cpela - HOHM3HMPAILA PaTHALIN,
BPCIHH XHMHYICCKH BCIIICCTEA

Bupycu- Ebstein-Bar: u nipx [BaTa THIa Ha OBPKHTOBHA
mumdon, HTLV I-supycure: mpu T-riaerpunute mamMdomu B
IOmwna amonna, HTLV II —supycute: npu Koxuua T-
KICTBUCH JIIM(OM

EMMAEMUOAOr UA:

YecToTara Ha 3abonsBaHeTo € 3-5/100000 roqmHo.
CrorHowmenreTo Muxe:xerw e 1,5:1. YecroTHaTa kpuEea e ¢
BPBX B HAMPEAHAA BB3PACT.

MATOTEHE3A:

HXIJI ca xereporesHa rpyna HEQIIA3HH, KOHTO CE Pa3BMBaT B
TEKAHH, GOraTH HA THMGHH eITeMEHTH - TAM(HH FL3IH,
cre3ka. AHTaXUPAaT KOCTHHA MO3BE, ¢ 6:p3a reHepany3aims B
HenvuMbHK oprasy. CHINECTEYRAT H TEBPEHTHO EKCTPAHOAATEH

> CrapEpaEeTe ®a HXII ce npasn B 4 cTagus cIOpexn
xiacuduxanusTa HE Ann Arbot, KETO Ce IIPABH PA3THKA
MEXAY TEPBHYHO HONANHO ¥ ITEPRHTHO EKCTPAHONAITHO
3acATaHE.

» KM KIAHHYHIA CTannii ce 100aBs NOMbIHEHNE 32
OTIpEfIeNsHE AKTHBHOCTTA HA NPOIeca: Fpyma A- Ge3
Gemean Ha GHONOrHYHA M MAPAKNNHIYHA AKTUBHOCT,
rpyma B - pebpmmerer Hag 38 rpagyca, HOMHH
H3N0TABAHMS, 3ary6a Ha Terno Hag 10% 3a nocienentre 6
Mecena.
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HezonxxrropmTe numdomnm (HXJI)
OPEeOCTARIABAT MATMTEEHH TAMQOIpPOIHEpaTABHE
3360/1BaHNA, KOWTO BOAAT HAYANOTO CH OT MyTHpana
mm¢ponHa xnerka (B-nnm T-maMgomnmr).

30% or HXJI ce m3sBsBaT KATO JICBKO3M.

ETUONOIuUA

BpogeHu v mpHACOHTH MMYHOOC(HIUTHY CHCTOAHAS - IIPH
JICUCHHE € HMYHOCYIIPECOPH, IMTOCTATHIIE,
KopTHKoCTepouy, mpu CITMH

XpOMO30OMHHE TPAHCIOKALHH - BOJAT JO AKTHBUPAHE Ha
TIPOTOOHKOTSHHUTE H H3KITIOUYBAT TYMOPCYIIPECOPHHUTE ISHH,
KOCTO JaBa BB3MOMKHOCT 33 PA3BHUTHC HA Ma/IHTHCH
KIIETBUEH KIOH

XpoHHYHM 3a00/SIBAHKS C AKTHBUPAHE HA IHMQOLHTHATA
TOMY 1AM - TYGSPKYI103a, ABTOMMYHHH 3aC0IIABaHHUs,
KOJIATCHO3H, THPCOMAUT Ha XaIIiMOTO

KNACUOUKALIUSE:

Mznonzea ce Kuckarta knacugukanus xa HXJI ot 1989 1. Ta
BKJTEOYBA:

1. Mopdonoruunn kputepnu: JTnmpoMute ce pazgenar Ha

L LUTHH ¥ ,,671aCTHH ", Ha ,,HOAYHIAapHH U , Judpy3Hn’ .

2. ®enorunuu kpurepuu: C B-denotum ca 80% ot HXJI u
mexay 10-20% ca ¢ T-dheHoTHII.

3. IlporHocTHuHN Kputepuu: C BHCOKA CTCIICH Ha
MAJIHTHEHOCT ¢a ,,0/IaCTHHTE”, @ ¢ HHCKa-, JIHTHHTE .

K/IMHUKA

Yeenuuenu mumpry BR3H. MoXKe 1a ce HaGmoaBaT
SIBJICHMS Ha MPHTHCKAHE -TuMocTaza, JUCIHES, Ipa3HEIa
KaIUTHIa, gucdarus.

OOIIH CHMIITOME - TEMIIEPATYPa, HOIIHO H3IOTABAHE,
PEIYKIHS Ha TEryo, KOJKHH IPOSBH - T.Hap. B-CHMITTOMKI

CIUICHO - H XEMaTOMETaIHS
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KINHUKA

WndmaTparia Ha KOCTHHI MO3BK B 0K0/10 30% M IIpoMeHH
B KpHBHATA KAPTHHA: AHEMHS, IEBKO- H TPOMOOITHTONEHHS
Asnraxupane Ha IITHC, xapaktepHo 3a JiuM()OMH C BHCOKa
CTCICH Ha MATHTHCHOCT

T-wiersuHuTe THM(POMHU YeCTO HMAT HeTHMPHA
MaHudeCTaIKg-CTOMAX, YUEPBa

B-KeTBUYHMTE MOTAT Ja OBIAT IPHAPYKCHH OT
MOHOK/ITOHAITHA TAMAIaTHA

JIEMEHUE

TepaneBTHUHITE CXEMH Ha CHOTBETHHTE THM(POMH ¢a TOIKOBA
PasIHYHH, KOJIKOTO XeTeporeHHa ¢ rpymara Ha HXJL Maxkap ge
HXJI 4ecTo HMaT IHPBHHYHA H3OAHPaHA MPOABA B SAHH HIH IPYNa
J'll[l\‘lClJH][ BB3JIM, HPE3 MOJICKYIAPHH AHATH3H € YCTAHOBCHO, H4C
KBEM MOMEHTA Ha TAXHOTO JHATHOCTHIHMPAHE, TE BEUE Ca MHPOKO
PasMpOCTPaHEHH B OPTAHH3MA. 3aTOBA CAMO CHCTEMHATA
xumpoepamisi(XT) ¢ edexTuBHa.

le[ J'llIMClJOMH ¢ HHCKA CTEICH HA MAIUIrHeHOCT K 6¢3 B-
CHMITTOMH C€ TIPHIara MOHOXHMHO TCpaImHl H o6apHuBaHe Ha
3acermarara obacT.

Bonuute '[1)516}33 Ja ce JUCIIAHCEPH3HPAT H [1a ce
KOHTPO/IAPAT PENOBHO, TBH KaTO YECTO Ce ToryyaBa
PCUHIHE B ITBPBUTC 4 TOOUHH.

KPHTCPHH 3d [I'HIIHA PEMHCHA Ca: ITBJIHA HHBOJIEOITHA Ha
BCHYKH KIIHHHYHH CHMIITOMH, O 61) aTHO Pa3BHTHC Ha
J'IHM(]J;],-I[EHO -, XCIIATO- U CIJICHOMEIalIHATa, JIMIICA Ha
1A M(])O MHa X H(l) WITPAIUS Ha KOCTHHA MO3BK,
HOpMAaJTH3HpaHC Ha KPbBHaTa KapTHHA.

TEPAMNEBTUYHO U
XABWUANTALMOHHO NIEYEHWE

1. TToxe6paBane Ha PU3HICSCKOTO X CMOLMOHAIHO CHCTOSHHE
MOZKC 14 CC IIOCTHTHC YPC3 IIPOLICOYPH II0 .TI[I)K., BRIIFOYBAIIIM
JIHXATCTHA THMHACTHKA
OGILOp a3 BUBALLIEL YIIP AZKHCHIS
WIPH H CJICMEHTH OT CIOPT
JIO3HPAHO XO/ICHS
TPYIOTEpanus

HCOGXO,[(HMO € CJICACHC Ha CBPACYHO-CBIOBHTC [IOKAZATC/IH
TI0 BPEME Ha MPOBSKAAHE Ha MPOLESIYPHUTE.
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AMATHO3A

JHuarnezara Ha HXJI ce mocTaps upe3 eKCIH3HOHHA OHOIICHA
Ha ITHM{CH Bb3e] H XHCTOINOTUYHO H3CIeIBaHe. 3a
YCTAaHOBABAHE HA BCHMKM IMPOSBH H YTOUHIBAHE HA C
HCOGXO,E(I/[]\‘[I/[: AHaMHC34a, PCHTICHOBO H3CIICABAHC M

Topakc; exoradua 1 KAT Ha KopeM; LUTOIOTHIHC H
XHCTOIOIHYHO H3CIICABAHE Ha KOCTHHA MO3BK; KOCTHA
CUMHTHTpad s, Tab0pATOPHHU H3CHSIBAHHA -AHEMHS,
TpoMOOIIHTONICHHS, JIEBKOLHTO3a, oBHIeHH CYE, CRP,
JIAX, 6eta2-MuKpOrI0GYIHH, (PUGPHHOTEH, CepyMHA aTKalHa
tocdartaza, MOHIIKCHO CEPYMHO HKEIA3O0.

JIEYEHUE

u ocobeHo ¢ B-
CHMIITOMHE ¢€ IIpH/Iara panHa, arpecusHa monuX 1. Haii-
yecTo npriraraHata cxema ¢: CHOP(Cyclophosphamid,
Hydroxydrubicin, Oncovin, Prednisolon).

IIpu HXJI ¢ BHCOKa CTEIICH Ha MAITHTHEHO

HpI/[ II'SPBHYHE CKCTPAHOJATHH TYMOPH CC H3BBPINBA
XHPYPTHUHA PE3CKIHS,
THUCTEPATTH,

IIOCTICOBAHA OT XHMEHO=- H

KocTHOMO3BUHATA TPAHCIUTAHTAI[HA 3alI0YBa [a CE IIpUiara
BCE MO-YECTO IIPH GOITHK oM 40 TOAMHH C BUCOK PHCK.

PEXABU/TMTALLMOHHO NEYEHWME

b Mears Ha pexafHANTANNOENOTO MEULHES NPH
nawpesT ¢ HXJI ¢ noaobpasase na obmoro dusmiecko u
EMOOHAOHAITHO ChCTOSHHEC, NOBIHENBAHE Hi NOCTTCPANICRTHIHNTE
YCTIOXKHCHWS, TIOBHINABAHC HA CHIIDOTHBATCTHATS CATHA H
HecnenppHIHATA PEIHCTSHTHOCT HA OPraHH3MA, CKBATHA
PECOMMANMIALHSA H NPEANAIBARE OT MHBAIHIM3ALAL Ha
MHIMBHAE.

» T'nii kaTo GONHETE CHC ATOKAYECTBEHH 2a00NABAHMA Ca
HOPOTHBONOKASAHH 32 [I0-TO/AMA SACT OT AUAPATHHTE
¢prranoTepanceTIEY MpCTCAYPY (MpedopMHpar: parTopm),
OCHOBHOTO CPEACTBO, TIPMJIOMKHAMO [IPH THX, €
ENEC3HTEPINNATE.

DUZNOTEPANEBTUYHO W
PEXABUANTALMNOHHO NEYEHWE
2. Haji-4ecTHTE NOCTOIEPATHBHHM YCIOKHEHH IIPH IAIMEHTH

¢ HXTI ca: mamdenen, mepndepHE HEPBHHE YBPEMH M
HAaMallCHa CTaBHA NOABMIXHOCT HAa pAMEHHA CTaBa.

KoHcepBaTHBEATA Tepanus Ha Jmmpefems BRIo4Ba:

.--HO!!H].(HOHHH Tepalis - IPWIATA C& B HaTaTHATS
CTaAMH,KOraTO OTOKA € ome MeK. KpaliHHKET ce nocTasa B
CSlICRaINA M0 BpEME Ha CBH M [I0TMBKA, KAKTO H
HEKOJIKOKPATHO Ha AcH no 30-60 MHHYTH.

» KoMIpecHBHH IpEBPB3KA-IIOCTABCHH CIICT CIICBAIINA HA
KpaliHHKA WK MAHyaleH/anapareH TuM(peH JpeHak.
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OUSUOTEPANEBTUYHO U
PEXABUANTALNOHHO NEYEHUE

ManyaneH wis arapates numMdeH aperak. MaHyanumir numgex
7P CHAK IPS/ICTABIIABA CIEIHAIHA TEXHHKA Ha BI00K OTHHYA I
MacaK. AMApaTHEAT € eSKTHBEH CHILO B HAYAIHITE CT:

KaTo €peKTHT CC YBE/IMUABA IPK CHUICTAHIE C MAHYaICH Macak.
JHosuposkaTa TpsiGBa J0OpE Aa cc MPEUM3KPA, 33 [a HE CC CTHIa
n0 GonkoBr yeemanus (Hapirase mexay 20-80mmHg 3a 30
MHHYTH IIPH IIOCTENCHHO YECIHYABAHE HA MAPaMETPHIE, 2 10 3
MPOLEAYPH SSAMHYHO).

AKTHBHM YIIPaKHCHHA 32 MOIOMATAHE OTOKA Ha THMda -
M30OMETPIMHH H H30TOHHYHH YNPAsKHECHHA 32 OCHOBHHTE

MYCKYIH IBHTaTEMH, BRTIOYHTETHO H CPEIY CHIPOTHBIEHMWE.

JEBF 1YHO W
UNOHHO JIEYEHWE

OUSUOTEPAT
PEXABANWTA

IIpn 3acaraEe Ea MEPEPEPER HEPBE € HEOGXOmIMA

TOYHA IMATHO3a (AHTAXMpPAHN HEPEH, HUEO M CTEICH HA

yBpexa), KakTo U pesyirrari or MMT, EMI,

€IECKTPO/MArHOCTHEA. 38/Ia9HTE Ha KMHE3HTEPallHATa NPA

nepudepHa HepeHA yBpena npu narpente ¢ HXJT ca;

> MPEAOTBPATABAHE HA KOHTPAKTYPH M NPEPasTATaHe Ha
oTcrafeHuTe MyCKyIH

» TIOZINOMAraHe Ha AKTHBHITE MYCKYIIHE KOHTDAKIAH

» IIPEOJOIBaHe HA ANCKOOPAHHAIMATA 1 IOPOTHHTE
IBATETETHH CTEPEOTHIIN

EHVS NPH AU UHATABHA

PUSUNOTEPANEBTUYHO U
PEXABUNNTALNOHHO NEYEHUE

IpE ¢TSMEE 2
AXTHBHM YIIPKHEHHS 38 3ApaBATe MyCKYIH

VnecHuTenHE NPUHOMH 32 IAPETHIHUTE MYCKYIIH: OT
ofnexuena no3uuys; TIHMY; THCTH AHATATHYMHA
IBIDKEHHA; MACANHA IPHAOME 33 YIeCHABAHE HA
ChKpAEHHETO
ITonsonsa JIOK

Tpynorepanus

DUSUNOTEPANEBTAYHO W
PEXABUNUTALUVIOHHGO JIEYEHWE
32 BEreTATEBHO-CHACBETE K CETEBEN
EAPYIMeRHS:

» TPEHHAPaHE HAa CETHBHATA Chepa - or neputepunTa KbM
LEHTBPA

¥ YIIDAKHCHWS, XHTICPDEMHDATH CEOTBETHIS YHACThK
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DUSUNOTEPANEBTUYHO U
UIUTAUNOHHO NEYEHU

i 3
PEXAB

Ilpr EaManeE of6M Ha NBERRCHES ¥ PAMCHHATA
CTHBA CE MPHNATAT:

» VIIpaxkHEHHA 32 YREIMUEHUE HA CTABHETA TOABMKHOCT -
Pome-Tepanys, DACHBHH, AKTHBHH C IOMOI ¥ 8KTHEHH
YIpaXHEHNA Ha AHTAXKWPAHATA MIIH 3ACTPAINEHA CTAE] - ABa
IIETH AHEBHO 10 5-6 NOBTOpEHNA

» Macaxx

OPUZNOTEPAMNEBTUYHO W

PEXABUNUNTALWNOHHO JIEYEHUE

3a MOTOPEES HNeQEIET cnopes MMT nporpamara
BKIINOYBA.

pm cremen 0-1
- JledeHHe ¢ MONOKEHNE
» Macax-1eK, TOHH3HPALI, 33 APATH3HPaHATE MyCKYITH H
pENaKCHpAI 332 ROHTPAXUPaHHTS
» YnpaskHeHHA 38 HeSACETHATHTE MYCKYITH

DUSUOTEPAINEBTUYHO U
PEXABUNNTALWNOHHO JIEYEHW

IpE ¢TSMEE =4

» YIIpaxHeHHA CPeIny JOSHPAHO CHIPOTHRIIEHHE:
TIOCTETICHHO YREIGARAINO C€, HO BHHATH AlIEKBATHO

» TTogpoana JIDK
» TpymoTepamnus

NPOrHO3A

IpornocTinnte daxtopu npr HXJI ca XMCTOMO FHUHKAT THIL,
CTAMIT, BE3PACTTa, B-CHMITOMHTE, OBIMAT CTATYC Ha MAL[MCHTA.

Hpu IHMGOMHTE C HHCKA MaTHI HEHOC
CTazuit MPOrHO3aTa € HEGAr ONMPHATHA, CPEAHATA MPEKHBACMOCT €
2-10 roMHK; MPH JOKAMM3HPAH ¢ - okono 50% ot
MagUCHTHTE MOraT aa GB,C[ET H3IIC AHH.

IIPH ICHEP AJTH3HPAH

ITpr HXJI ¢ BHCOKa CTEISH HA MAIIMTHEHOST: 563 ICYSHHE
NPSKHEASMOCTTA € KpaTka (MECEIH), MPH JSYSHHE CE TIOSTHTa
okono 50% H3NEKyBaHe.
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CIYYAA OT KJIMHUYHATA MPAKTUKA

IlanmenTtka M. I". Ha 75 rogunu nposese aea OT-kypea B
Kiunukata o GH3HOTEPAIHs H PEXaOWIHTALINS ¢ MHOTO
no6ep edext. IIpes 2009 1. e OroCHs Ha yYBEIHUSH
aKCHITapeH MHMQEH B3I € OoCTaBeHa JuarHoza: HXII -
Judyzen B-capornerruch aumon, KC IIIA. Cnex
uMpaJEHEKTOMES BISCHO AKCHIAPHO, MALHSHTKATA IPOBEa
8 xypca XT: 1 xype CHOP, 1 xype R-CHOP u 6 kypca R-
CVR. HenocpeneTseHo ciiel oNepaTHBHATA HHTSPBECHIHA
LETHAT JECeH TOPEH KPaiHUK € OTOUEH, ¢ IIOBHILCHA
TCMIICPaTYpPa, 3a4CPBCH X DONC3HEH.

A OT KAVHUYHATA MPAKTUKA

HpIrI HAac MAI[UCHTKATa [IPOBEE KYPC, BRIIFOYBAIL
NPOTHBOCTOUCH MacazK Ha KpaMHHKa, IIPOLICIYPH C allapaTCH
J'[Ir[M(l)GH JPSHAXK, KAKTO H KHHC3UTEPAIlld 3@ 3aCCTHATHA
KpﬂfIHHK. CJ‘[E,E( CIHOMCCCYHA TTay3a M IIOYTH ITBRITHO
OBIaI4BAHC Ha OTOKA, IIPOBEIOXME H BTOPH KYpPC
KHHE3HTEpAIui, KOHTO BKITIOYBAIIE POH_IE-TEpﬂHHSI 34
PaMCHHA CTABA K KHHC3UTCPAIICBTIICH KOMIUICKC, HACOUCH
KBM HEpH(l)EpHOHepBHﬂTﬂ ¥YBpeEa. IlocTHrHAXME 3HAUHTEITHO
HO,E(OGPEHHE B oGeMa Ha ABIDKCHIC Ha pAMCHHA CTaBa, KaKTo
M IIOBINABAHC Ha JBUTATCITHHTC HAPYIIICHH, MYCKYJIHaTa
[DOP K H CCTHUBHHUTE H '[])O[l)IrIIIHIrI CMYILCHHA.

C‘I:IJ_IeCTBGHﬂ € poJIATa Ha ITACHBHATA M aKTHBHATA

KHHC3HTCPAIXA, KAKTO H 0co0CHO Ha TPYAOBATA AKTHBHOCT 34
TPCHHPOBKA Ha YBPSACHATa [l)yHI\'L[HSl (TEHECHJ HITH
IICKXOMIOTHYHA), 3a IICHX0-CMOLIMOHATHOTO TOHHU3.

TaITHCHTa, 3a IIOArOTOBKATA MY 34 BPBILAHC KBM

npodecHOHAIHA TPY,A0Ba aHTKHPAHOCT, 33 BIpas
B 0011[ccTBOTO (TpH HOBHTE YemoBes). [ToaBonHaTa 1cucOHa
pa ¢ HHIH(pEPEHTHA TeMITEpaTypa Ha BOJaTa 3aeMa

OCHOBHO MACTO B peXﬂG}U‘[HTﬂHHOHH' IporpamMa.

BJATOAAPH 3A BHUMAHUETO!
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AN OT KAVHWUUHATA NPAKTUK

L [IOCTHIIBAHS B KAHHEHKATA: ICK OTOK Ha JSCHA PBKA, AMCTAMNHO, OTPAHHYCH
0GSM Ha IBICKCHUS B DAMCHHA CTABA, ABHIATC/IHH H CCTHBHH HADYILCHHUS,
My CKY.IHA X HIIOTPOChHS, TDOGHHHHM K CHACMOTOPHH HAPYIUCHUS B 30HATA HA

MCAHAHCH H YJIHADPSH HEPE - CHHZPOM Ha NeprepHa HepeHa neans. O

Kp.3aXap

PAMSHHA cTaBa-3-45

ynHapHa cTaBa-75-0. eHa ¢TaBa-S3-20-0-40. EMI -paseu 3a menma

ACHEPBALHA Ha MYCKY/IMTE, HHEPBHPAHH oT n.medianus dex. Texka, yacTHuHA,

AKCOHANHA YBPeAa Ha 0. ulnaris un.radialis dex. [lpuppymasamy sabonasanus -
Tl cr., GenoapoGen eMmpuseM.

3AK/TOMEHUE

PexabminranponHaTa Tepammus mpu manueHTH ¢ HXJT nMa
CBIN[CCTBEHO 3HAUCHHE 3a ORIAMBAHS [TOCIIC/HITHTE OT

NP OBEACHOTO XMMHO=, JIBUS- H XHPYPIHIHO ICUCHHS,

3a AACKBATHATA PECOLMAIN3ALHA HA HEANBHAA YPE3
BB3ACHCTBHE BBEPXY OGINOTO (DH3UYECKO U EMOLMOHATHO
CHCTOSHHUE.

TIpoge: 3 MpaHA H HHIHBUTYaTHA
KHHC3HTCPANlCBTHYHA IIPOTPaMa clic 00CTOCH IOKaTICH H o0y
CTATYC, OLEHMI PEXabHIHTALMOHHM IOTSHI[ A HA TE3H
GOJIHEL, HMA CBILECTBCHO MACTO B PECOLHAH3ANKATA H

1o JoOpeHMs Ch3HATEICH HAYMH Ha AKHUBOT HPH OOJIHHM C
HexomKKHHOB THM(OM.

AHETO Ha Jo6pe CTpyK
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© XouApeCaARKOMBT € 3NoKa4ecTBeH

MpunoxkeHne Ha KMHe3UTepanuAa

NPy XOHAPOCapKOM

A-p XpucrnHa MunaHoBa,
Dou. Tpoiiuo Tpoes

XoHApocapKoMuTe ca rpyna TYMopu ¢
MHOTO pasnU4HO pasBuUTHUe, BapupaLlo oT
BaBHOpacTALM HeMeTacTaaupallym Neammn
[10 BUCOKO arpeclBHW MeTacTasupaliu
CapKoMM.

MbPBUHHUAT XOHAPOCAPKOM Bb3HUKBA
MbPBOHAYAMHO B KocTTa. BropuuHuar
XOHAPOCAPKOM Ce NpeflecTsa oT
JobpokavecTBeH XpyLuArneH TyMop
(eHXOHZIPOM, €K30CT03a, OCTEOXOHAPOMA).

ETvonoruara Ha saabonaeaHeTo He e
uascHeHa. Cunta ce , 4e MaLUSHTU C
OCTEOXOHAPOM WIAN EHXOHPOM MMAaT NeKo
MOBULLUEH PUCK 3a pa3BUTUETO Ha
XoHApocapkom (okono 1/3 oT cnyvaunTe).

Mpw 2/3 oT cnyvanTe ce YCTaHOBABA NpH
MbPBUYHO HOPMAariHa KocT.

MatonornyHa KOCTHA dpakTypa Moxe Aa
6bae NpbB cMMNTOM Ha 3abonsBaHeTo.
XoHAPOCApKOMbT MOKE A3 CE NOSIBUA BbB
BCAKA KOCT, HO Hali-4ecTara My nokanuaauus
€ B Ta30BUTE KOCTU, MPOKCUMATIEH WIU
aucraned hemyp, NpoKCUMarneH XymMepyc 1
no-pagko pebpa,ckanyna,ctepHym. B
TpbbecTUTe KOCTW Hali-JecTaTta nokanuaauus
ca metaduante ( U Han-Bede NPoKCUManHUTe
meTadpuan). 3acAraHeTo Ha gucTareH
XYMEPYC,KaKTO U HA iNaHUTE W CThhanara He
& obuyanHo.

KOCTEH TYMOP, KOWTC C& XapakTtepuampa
€ Bbp3 pacTex U aHraxuMpaHe Ha MEKUTE
TbKaHW. Ton € BTOPUAT NO YecToTa
NbPBUYEH 3NOKAYECTBEH KOCTEH TYMOp
1 npeacTaBnsisa okono 25% ot BCUYKK
NbPBHUYHA KOCTHW HEOMMA3MM.

YecroTrata Ha xoHApocapkoMa e TSCHO
CBbp3aHa ¢ Bb3pacTTa Ha NnauueHTuTe.
Hait-mHoro cniygan ce Habnioaaear Hag,
40-roaunilHa BbapacT. BropuyHmnar
XOHZPOCapKOM ce cpella BbB Bb3pacTTa
Mexay 20 n 40 rognHu.

3aboneBaemMocTTa npu gela € MHOToO
HUCKa, HO 0BUKHOBEHO XOHAPOCAPKOMBET
npu 19X € MHOIo arpecuBeH. Hama
npeannekuuAa B onpegeneHa eTHUYeCKa

rpyna.
CBOTHOLUEHNETO MbXekeHn e 1,5-2:1.

MpBUAT KAMHWYHO NPOSIBEH CUHAPOM €
BosnkaTa, KoATo ce yCUmnBa npea HowuTa,
NpoAbIXaBa Mecely, C TeHeHWe Ha BPeMeTo
crasa HenoHocuma. lNpu npopacTeane Ha
TyMOpa W3BBH KOCTTA ce ABABA GoneaHeHa
npu nannauus nogytuHa. [euxeHnsara B
cbCefiHaTa cTapa Ca OrpaHuyeHu u
BoneaHeHH. OBLIOTO CLCTOSAHWE OCTaBa
HernpoMeHeHo. JTokanHuTe cuMNToMK
NpeaxoxAaT NoCTaBAHETO Ha AuarHosara c
oKono 1-2 roguHu. PaHHa guardoaa npu
XOHAPOCApKOMa & HHUMAESHTHA, 06UKHOBEHO
npu Uacrnejeaxe 3a Apyr npobnem.

XoHOPOCapKOMBT Ce KnacuuLmpa B

pasnn4yHu creneHn cnopen CKOpocTtTa Ha
pa3BuTE U NodABaTa HA MeTacTaan.

® Crenex [ - Hai-6aBHO pacTaAwaTa

chopma, cnabo arpecueHa, 6e3
METacTasm

© Crenes [l - no-arpecMBHa U ¢ No-Gbp3

pactex, 6e3 MeTacTasun

© Cremewn Il - Halt-arpecrBHa K

MeTacTaaupalua hopmMa
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MNpu nocraBsiHe Ha guarHo3ata ce TbhpCAT
npomMeHU B NabopaTopHUTE KPbBHU
nokasatenu-yckopeHa CYE, yBenuieHm
CRP u ankanHa docdataza. XapakrepHo
e, Ye Npu pagukanHa onspauus
CTOWHOCTUTE C& HOpManuanpar, HO Mpu
OTHOBO MOSIBUN C& XOHAPOCAPKOM ce
yBeuydaBaT. KakTo U npu Apyru KOcTHU
TYMOpM, AMarHo3aTta ce nocTassl Hai-
TOYHO Ypea 0bpasHu uacrneaBaHus.

Makap u ¢ no-6aBHo pasBuTHE, NporHosaTa
npu XoHApocapkoma e rnouia. fledenneTo
3aBUCK OT NoKanMaauuaTa 1
arpecHBHOCTTa Ha Tymopa.
XOHAPOCAPKOMBT HE € MbYeHYBCTBUTEMEH.

XUPYPrUYHOTO NeYESHNE & OCHOBHO.
TepanuaTa npu MbPBUYHN TYMOPU €
ToTanHa pesekuus unu amnyrauus. Mpu
BTOPUYHO Pa3BUMW ce TYMOpPM ce Npunara
LUMpOKa pe3ekuua Ha KocTHaTa nnacTuHa.

XVIMVIOTepaI'IVIHTa He @ MHOIo eqﬁ)eK‘I’MBHa
3a NoBeYeTOo XOHAPOCApKOMMU.

PusnoTepaneBTUYHO U
DEXAOUAUTALMNOHHO AGUCGHUES

Cpeactsa 3a HaMangRaxe xHa Genrara
MYERYMHNS CNAsHME

Penakcupalln ynpaxHeHus
MacuBHW ABWKEHUA CNOPE. KMMHWYHOTO ChCTOSHUE
> Kpuotepanus
. CpeacTea, NOBNHNABAW KN OTOKE:
MNpoTBOOTOMHO NONOXeHne

PUTMUYHM yNpaXKHeHWA 3a AUCTaNHA YacTu Ha
KpaiHuuuTe
= Macax

DPusnoTepaneBTUYHO K
DEXAOUAUTALUOHHO AGYEHUE

6. Cpeacrea GPGLY MYCRYNHATE ATRPOCHUHA:
Cepvm W3OMETPUYHK yNpaXKHeHUA
7. CpeacTea 3a YEeNMYABAHE Ha
MYCRYNHETE cHna u Sanans:
AKTMBHM YNpaxHEeHUs Npy NoeTanHo cLobpaaeHo
CbNPOTHBNEHHE-
OT ofnexueHa MaxoaHa NoavLus, 6ea
CBNPOTUBNEHUE, CYOMaKCMMANHO, MaKCUMaNHO
MaHyanHo, MexaHn4Ho
anI 0OTBOpPEHa W NpyY 3aTBOpeHa KMHeTN4YHa
BEpura

PeHTreHoBata Haxofaka nokaasa pasnuyHa no
roneMvHa TymopHa chopMauus, Haxnysalla B
MEKWTE ThKaHW C TUMUYHO PasnosioxeHne B
enumetadusarta. 3abendsBa ce NpekbCBaHe
Ha KOCTHWS KOHTYp, KoeTo e Gener 3a
3NoKa4yecTBEHOCT W Ce SIBSIBA Nog dpopmara Ha
Jkoaupka”.

KT e no-toueH meTopq 3a OTKPUBaHE Ha
MaTpMKCHM Kanyucpukatu.

AMP ce npegno4uTa 3a OTKPUBAHE HA
MHTpaMeaynapH1 TYMOPH U € NO-Marko
CEH3UTUBEH 338 UABHTUMULMPaHE Ha Marnku
KanuupukaTy.

®u3noTepaneBTUYHO K
pexabUuANTaALKNOHHO AGUEHIHE

© UemnTa Ha pexabvnMTaLuMoOHHOTO neyeHue e
Bb3CTaHOBABAHE HA ONTUMANHO BbAMOXXHUA
obem Ha ABWKEHME, NoBMLUaBaHE Ha
MycKynHaTa cuna, nopobpsasane Ha OEXK,
KaKTO M MONOXUTENHO NOBNWABAHE HA O6LWOTO
PU3NHECKO M NCUXMYECKO ChCTOSHUE Ha
nauveHTa.

ETanuTe He Ipunckerus Ba KT cneg
ONepaTMBHO NEYEHUE ce CbobpasnaBar ¢
npoLeca Ha Bb3CTAHOBABAHE Ha KOCTTA U
3apacTBaHeTO Ha MeKOTbKaHHUA LIMKaTPUKC.

®UsnoTEPANEBTUYHO U
PEXABOUAUTALMOHHO AGUECHUE

3. CpepgcTea 3a MPEGUANARTHEE HE
YENOMHeHNATE OT sTPpana na GGG un MC:

AKTUBHKW YNPaKHEHWA 38 HE3aCerHaT 4acTu Ha
TANOTO

JAuxaTenHa MMHacTAKa
4, CpeficTea 3a yBenuYaBane ofema Ha
EBHIECHUS:

MacuBHn ynpaxHeHus

CTpeyuHr
5. CpegcTea 3a PONARCHPARG HE MYCKYNUTS,
CKITOHHU KbM CKbCABaHE:

NP

MHMY

DU3nN0TEpaAneBTUYHO U
DEXabUAUTALUOHHO ABYESHUE

8. CpepgcTBa 3a ln@gns Pikare ofsma Ka
MBYXEHN® B CbCEOHW CTABMW:

AKTMBHM ynpamHeHus

YnpakHeHus cpelly CLNpoTHRIeHHe
9. XumporuHeaHU TEGPanHs{Npn TeMnepaTypa
30-32 rpapyca)
10.CpeacTea 3a KOPERUNSA HE RapYeHaTE
cTaBNE MeXaHMKE M Hapywena croiKa,
0byuyeHue 33 MabArBaHe Ha NO3ULIMK 1 BMKEHUA,
KOWUTO C2 NPOTUBONOKA3aHA B EXeIHEBUETO
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OUBUOTEPENEBTUYHO U
PEeXabHANTALUNOHHO AGYGHHNE

11.Mpu nunca Ha Gonka, Ho orpaHKuyeH obem Ha
OBMXKEHWS:

© TonnuHa-ex3oreHHa, BnaxHa-komnpecu(npenopbyea
CB OT HBMCKHN aBTopHU)
BanHeotepanus-cynduaHy, pagoHoBsu
poan(Kioctengun, Cenapesa baHs, MNasen Gaxsn,
BenuHrpaa, MoMuH npoxog, Xucaps) ¢
WHAMhEpEHTHa TeMnepaTypa
12.CpegcTea 3a TPEHUPANE HE N8I BPEANBOGT
13.HopmanusupaHe Ha EYHEUNHNGHAR HUTE
BE3MOXHNCOCTH U ?@ME&@@W@@@@M@@? Ha
nauueHTa:08yveH1e 33 BKITKHBAHE HA KpaliHKKa B
OEX, Tpyaoea LefHOCT, CropT

Cayyal oT KAMHUYHATA
MNpaKTUKa

MNauynentsT B.B. Ha 51 roguHn nocTbnea B
OpToneguyna knuHuka B [epmaHns npes
M.mali 2010 r. c nporpecmBaLu,a Bonka B
AasicHoTo pamo ot 2007 r. PeHTreHorpadckoTo
vacrnefBaHe Nokasea OCTeoNITUYEH NpoLec B
[eceH npokcumaneH xymepyc. Mpu
aprtpockoncka buoncus e fokasaH CapkoM.
pegonepaTtMBHUTE 0OpasHu nacneaBaHus
nokaseaT nunca Ha metacrazu. Ha 10.06.2010
r. NoCTaBeHa XMCTOMOrM4YHa AnarHosa
XoHppocapkom G2 U U3BBpLUEHA
NPOKCUManHa Pe3eKL s Ha Xymepyc C
MMNIaHTUpaHa MeTanHa nporesa.

Cayvail oT KAMHUYHATA
npaxKTuKa

- NacrBHa Mo6UNM3auua:

dnekens go 30 rpagyca npu BbTPELLUHA
poTaums

Abaykuma oo 30 rpagyca
BbHLWHa poTauuns O rpagyca

BbTpelluHa poTauus Ao MakcMMarnHo
Eb3MOXHWA 0beM

- MaHyaneH numdeH gpeHax
- Kpnotepanus

Cayvyal oT KAMHUHYHATA
npaKTuKa

B K®P npognmimxme pexabnuTaLyoHHaTa nporpama
Mo criegHara cxema:
3-4 cemmmuLas
> MacuBHKM ynpaxHeHus
®nekeun Ao 60 rpagyca BbB BLTPELUHA poTaLya
Abaykuua fo 45 rpaayca
BrHiwHa potauus oo O rpagyca (0T MakcuManHa
BLTPeLLHa POTALMA A0 HeyTparHa noauwus)

' V30METPHYHU YrIpaXHeHUA npu Aobpe JosupaHo
CbNPOTWBMEHKE, NPUNOXEeHO NPOKCUMANHO

> He ce npunara cLbNpoTMBNEHUe AucTanHo , 6rmso go
naKeTHa cTaRa

 TonnuHa —TonnM KoMnpecK, haHro

®UsUCTEPANEBTUUHO U
DEXabUAUTALUOHHO AGYESHUE

MpeanaraMe peXEAGNANTALHOHNE
NPperpaMa, chrnacysaHa ¢ Konerire oproneau
W CNelnanmcTi no buankanHa MeguunHa B
FepMaHuA-XMpYprMyueH LeHTsp ,LapuTe”, npu
eHaonpoTesupaHe Ha paMeHHa CTAaBa No MOBOA
XOHAPOCAPKOM, U3nonseaHa B KnuHuka
“®uarkanHa U pexabunuTauMoHHa MeauUMHA" KbM
BMA, Codoua.

Cayyal oT KAMHWYHATA
NpaKTuKa

MocTonepaTneHUAT NEPUOL, MpEeMUHaBa
6e3 ycnoxHeHuws. [MauneHTLT NocThNN B
K&P Ha 20-Tv nocTonepaTtvBeH AeH cnen
cBansHe Ha koHuuTe. ObekTMBHO: cnaba
6onka n orpaHnyeH obem Ha ABUKeHVe,
XunoTpodMA Ha MycKkynaTtypaTa OKomno
cTaBara. 3a AE6TE CIEGMONGRATHBHMN
CeMMMIM NauneHTbT e cneasan
yKasaHusATa 3a npoeexaade Ha KT, pageHu
MY OT NEKyBaLLMA EKWM:

Cayval oT KAMHUYHATA
npaxkTuka

- Amobunnaauyus Ha pamoTo B abaykuua(30
rpagyca), BbTpellHa poTtauusn(45-50
rpagyca), neka cpnekcua(10-15 rpapyca)

- Mo Bpeme Ha UMOBUNM3aUWUATa —aKTUBHA
penakcauus Ha pamoTo, WusATa U
MyCKynaTypaTa Ha ropHaTa 4acrt Ha Tpyna:
macax u [MAP Ha cKNOHHUTE KbM CKbCsIBaHe
MYCKYIW (napaBepTebparnHtn MycKyru,
m.laevator scapulae,
m.sternocleidomastoideus, m.pectoralis
major, m.trapecius-ropHa 4acTt, m.biceps br.)

CAyvyal or KAMHWYHATA
npaKruKa

8=6 comwmwa:
YBenuuaeaHe obema Ha NACUBHHTE ABWKEHUA
®nekcua ao 90 rpaayca
AGaykuua po 60 rpapyca
BwTpewHa potauus-ceobogHo
BbHwHa poraumna-0 rpagyca

BHuMaTenHo npoBexaaHe Ha aKTMBHA G NOMOoLL
yNpaxkKHeHWA, B pAMKUTE Ha GesbonkoBaTa 30Ha

JonsnHuTenHo H3IOMETPHUYHU YNPpAaXHEeHWA
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Cayvah oT KAUHKYHETE
npaKThKa

7-M8 cemMuLa:
. TpeHupaHe Ha cBOGOOHM NACUBHA OBIDKEHWA
i nponbnx(aaaHe Ha afanTupaHa akTUBHa
Mobunusauus
© MopsogHa JNIPK
AKTVBHW YNPE)KHEHWA 38 POTATOPHNA MaHLLOH,
m.deitiodeus 1 crabunuaartopa Ha ckanynarta B
OTEOPEHA KWHETWUUHA Bepura Bepura, 623 npunaraHe
Ha CbLAPOTUBREHWE AUCTaNHO
- 3a yBennuasaHe Ha paMeHHaTa cTabunHocT-
ynpaxHeHWs1 B 3aTBopeHa KUHETUYHA Bepura-
PUTMWYHA CTABMNU3aL A

© Mpunarar ce ynpaxHeHWs ¢/Ha ypean

MpernesaTa aasacy oT paHHaTa guarHoaa n
JIEYEHUE, KAKTO M OT aHATOMMYHOTO pasnonoXxeHne
M XvMcTonorvyHara knacudpukalius. Okono 90% ot
nNauuWeHTUTe NpeXWBABAT NoBeye oT 5 roguHu cnep
NOCTaBAHE Ha duarHo3aTa (NpW HUCKO arpecUBHUATE
bopmMu-cTeneH 1). lNpu BUCOKO ManUrHeHWTe TYMOpPU
(creneH 3) okono ¥ oT BonHWTe XUBEAT Noseve ot 5
roAvMHN. TYMOpUTE ChC cTeneH 1 He MeTacTasupar.
MeTacTtatiiHuTe neanu, Hair-4ecto BenoapobHu, ca
XapaKkrepH 3a cTeneH 3 Ha XoHapocapkoMa.
3acAraHeTo Ha NMMMHKU BB3NA € NO-YECTO CPELLAHD
NPU XOHOPOCAPKOMA, OTKOTIKOTO MPU APYTMTE KOCTHU

TYMOPH.

SaKAIOUYEHHUE

MporHozata Ha Heonnaamute Ha OJA npea
nocneAHWTe roguHu ce Nofobpu 3HaUNTeNHo
nopazau nosiBata Ha HoBW
XMMUOTEPANeBTUYHN NeKapcTBa U CXEMMU U
Hanpegbka Ha 0bpasHNTe U XUPYPINYHA
TexHUKU. OpraHocbXxpaHaBalUTe ornepalum
ce W3BbPLUBAT C BCE NO-400pU pesynTary.
Tean chakT obocHoBaBaT BaxHaTa pons Ha
pexabunutauusTa crnef oneparuBHO
neyveHne Ha oHkozabonABaHUATA.

Bnaremaps a8 BHUMaKUeTo!
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Cayyvail oT KAUHKUYHATE
npaKTuKa

12-ra cegmMuma:

* AKTMBHM ynpaxHeHus ¢ AoGpe Ao3npaHo
HapacTBaLIo ChMPOTUENEHNE
YnpaxHeHun c/Ha ypeau
YnpakHsBaHe Ha hyHKLMOHArHara
AeecnocoGHocT
YnpaxHeHus 3a koopanHaLms

& KA LS

KuHeauTepanuata npu nayvMeHTu ¢
XOHAPOCapKoM BOAU A0 ONTUMASTHO
Bb3CTAHOBSBAHE HA aKTUBHUA ABUraTeneH obem
1 MyCKyrnHa cuna, noaobpsisaHe Ha

chyHKI MOHANHaTa AeecnocobHocT. Ako
POTaTOPHMAT MaHLIOH U M.deltoideus paboTsT
nobpe, ce o4akea BbacTaHoBsIBaHe Ha 70% o1
HopManHaTa MyckynHa cuna 1 roguHa cnep
onepauusta. AKTUBHaTa cpriekcus B paMmeHHaTa
craea 1 roa. cnep onepaunata gocrura 110-
115°, koeTo obeane4yasa JoCTaTb4yHa
nogBWXHOCT 3a noeedeto AEX.

SaKAIOYECHUE

KunesurepanusatTa 1
EProTERPaANMNITE, CboOpPaseHn ¢
pexabunTaLMoHHKUsA NOTEHLMAN Ha
NauMeHTH ¢ XOHOPOCAPKOM, BOAAT A0
onTUManHoO BL3CTAaHOBABAHE HA aKTUBHWSA
pgBvurateneH obeM u MYCKyInHaTa cina,
nonobpsiBaHe Ha (PyHKLMOHANHATA
neecnocoGHOCT U 3apaBHo-0bycnoBeHOTO
WM Ka4eCTBO Ha XUBOT, CTUMYINMpaT
CaMOCTOSAITENHOCTTA B XEOHEBWETO.
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Cecua 3
Kputepun 3a o6o3HauaBaHe
Ha eKCNepTHU LeHTpoBe
no peaku 6onectu (Il)

Mopepartopu: Npod. Usan UsaHoB, Jou,. Buonera MoTtosa

» EKcnepTHM yueHTpoBe 3a peaKu 6onectu B bbarapua — Kputepum
3a 0603HauaBaHe
Dou. Anekceit Casos

» EKcnepTHM ueHTpoBe 3a peaKu 6onectu B bbarapua — Kputepum
3a o6o3HauaBaHe
MNpo¢. UBaH UBaHOB

» EKcnepTHM yueHTpoBe 3a peaKu 6onectu B bbarapua — Kputepum
3a 0603HauaBaHe
Dou,. Buonera NoTosa

» EKcnepTHM UueHTpoBe 3a peaku 6onectu B bvarapua — Kputepum
3a 0603HauaBaHe
Aou. Mapua Cnacosa

» EKCnepTHM yueHTpoBe 3a peaKu 6onectu B bbarapua — Kputepum

3a 0603HauaBaHe
A-p PapoctnHa CumeoHoBa
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EKCnepTHM LeHTpoBe
3a peaKku 6onectu B bbarapua -
Kputepuu 3a 0603HavaBaHe

Dou. Anekceit CaBoB

KpaTKo npeacTaBaAHe Ha nektopa

* Mo3nuyma
- HauanHuk HaymoHnanHa MeHeTWuHa nabopatopma

MpodecHoHANHU M Hay4HN NHTEepeCH

- AwnarHocTuKa v NnpodMNaKTUKa Ha HacneacTBEHU
3abonaBaHua

- leHeTnuHo obycnoBeHU NpeapasNoNoeHnn
- dapmaKoreHeTHKa

OnnT M eKkcnepTHOCT B 06AacTTa Ha peaku 6onectn

* ONWUT M eKcNepTHOCT 3a AaaeHa paaKa 6onect
- MYKOBHMCLMAO3a

- 6onecrt Ha YACbH

- PeHUNKeTOHYpUA

- beratanacemma

- reHeTHYHKW BonecTy B U30NaTHU rpynu

e YyacTtueB HAQYYHO-M3CNEA0BATENCKH H
KJIHHUYHH AEﬁHOCT" 3a pEeAKH 6onectu

- 22 roAVHM YYaCcTHE B HALWMOHANHHU U MEXAYHAPOAHH
Hay4HM NPOEKTH CBBP3aHM € peaKn 6onectu

KomeHTap no Kputepuute 3a o6o3HauasaHe

Ha eKCNepTHU LeHTpoBe 33 peaKH Bonectw,
npepnoxeHn or KomuTteTa Ha eKcnepTHTe NO peaku
6onectu Kbm EBponeiickata Komuena (EUCERD)

1. CNoco6HOCT 33 Ch3/\aBAHE U NPUABPIKAHE KbM A06PU NPAKTHKM 32
AWArHOCTHKA W NedeHune
ToBa TpﬂﬁBa Ad e pasraexja Kato Abp:KaBHa NOAUTUKA W Ja e
06BBp3aHO C BCMUKN Heo6X0A MMM HOPMATUBHKU AOKYMEHTH
YuacTue B pa3paboTBaHeTO Ha CTAHAAPTH W APYrH HOPMATHBHN
BOKYMEHTH MO cbOTBETHaTa AeliHoeT

2. ChOTBETCTBALM BH3MOKHOCTH 3a NPUEM Ha NaLMEHTH ¢ peaku Bonect U

Paaka 6onect (¢ ko No MKB 10): @eHUNKeToHYpUA
FoAVHa Ha ck3AaBaHe Ha percTepa:1977r.
FoAnHa Ha nocneaHo o6HoBABaHe: 2012

Bpoi naumeHT npu nocregHo cbHoeaABaHe: 178

PasnpeneneHue ne non (MexeHkeHW): Mbxe 97, xeHu 81

PaznpeneneHue ne BkaspacT (Nnea 18 r./Hag 18 r.): noa 18 rogamHn 92, Hag
18 roavHm 86

TepUTopHAarHo MOKPUTHE Ha PermcTBPa: UAnaTa cTpaHa

Oka3saHe Ha eKCNEPTHa NoMOLL, Hernoct 2009 2010 2011 nayneHT 2012 |-mo Obwe nayneHTn
NauneHTH nauMeHTn nenyrogne
nauMeH™
AHTAUMEHTHTE Ha LEHTbPA KbM nauueHTuTe Tpa6eBa Aa _ _ - - _
& 6poii | naton | Bpoit | naton | bpoit | naten | Gpoit | mavon |  Bpoi naron
MO3BOAABA MAKCUMANHO KOMMNAEKCHO ODCAYXKBAHE HAa TEXHUTE Macos LT 3 76126 7 55691 0 31078 3 249238 )
cneyududHu ﬂpOﬁlIeMM CKPMHWHT
DKy
OpraHMsaLmﬂ Ha CKPUHUHIOBUTE NpOorpamn n gopoaoeaTta
AWAarHoOCTHUKa
3. YnpasaeHWe Ha KavecTBOTO CbINACHO HALMOHANHK W EBpDI‘IEﬁCKM
5. BUCOKO HUBO Ha eKCNEPTHU W onuT (rogy obem uuTUf W
paznopeabu, yHacTe BB BbTPELUHK W BBHLUHW CXEMU 33 KOHTPOA Ha . -~
eKCNepTHU cTaHoBuULLa, 6poii pely

Ka4ecTeoTo

[a nma 3a8bnKUTENeH 04 NT MO AeiHOCTHTE

YyacTue BbB BbHLIHKU nporpamn 3a KA4eCTBEH KOHTROA U
nony4YaBaHe Ha HYXKHaTa akpeauTauua

4. Cnoco6HOCT 33 NPMAAraHe Ha NOKA3aTENK 32 KAYECTBO Ha FPUKMTE W OLeHKa
Ha AclHOCTUTE (BRNIOMUTEAHO U3MEPBAHE HA NALIMEHTCKATA YAOBAETBOPEHOCT)

ToBa TpAGBa Aa 6bAe aTPUGYT Ha OpraHW3aLMATA Ha 3ApaBHaTa
CUCTEMA NO OTHOLWEHUE Ha AageHaTa aeiiHocT

OPTBHMSMPBHE Ha coOLMON0rM4HK Npoy4saHnA

paHu ny p ,

AKAAEMUHYHU ATLHHOCTH W HAYYHW TUTAW)

BcuYKO TOBa A0 roNfAmMa cTeneH rapaHTupa HUBOTO U
nocneoBaTENHOCTTA B M3rpaAaHeTO HA ONUTA Ha ecnepTHUA
LEeHTbp

CrneyensaHeTo Ha NPOEKTH NO3BOAABALLN PaslIMpEHNe U
aKTyanusupaHe Ha AefHOCTTa. PasnosHaBaemocT Ha LieHTbpa
M3BBH CTpaHara.

6. MIPUHOC KbM aKTYANHKUTE HAYHHU W3CACABAH WA

Cneundmnkata Ha peakute saGonABaHUA 3a BCAKA CTPaHa M3UCKBa

aKTMBHO y4acTue B Hay4HK pa3paboTku

Bnarogapsa Ha npod. Kanaiia:kuesa, npod KpemeHcKM u cTotul ute
KOAETW OT CTPaHaTa W uyKbuHa.

-38 -




TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

OueHKa Ha NpeanoXeHUTe KpUTepun

3HAYUMOCT Ha KPUTERMA

KpMTEpMM 32 oGo3HaMeHWe HarnB unrenBio samen Bamen Nomenarenen

Cx H Kbm aobpr a

BLaMOMHOCTY 33 APUEM H NALIMEHTH hl
YNPaBAEHUE W KOHTPOA Ha KauecTaoTo 1

TMpuaaraHe Ha NOKA3ATEAM 33 KAYELTAO W DLEHKA a

HHBO Ha BKCNEPTHH NOIHAHKA W ONMT hl

TPMHOC KM GKTYN HATE HayHHM MICAEARaHNA hl
CLEMpaHE Ha AZHHW 33 HayaHM W JAPIBHY Lienk 1

YUACTHE B KAMHUUHU NPOYIBAHUA hl
W3anonasaHe Ha MyATUAUCLANA MHAPEH NOAXOA, a

HenpeKLCHATOCT Ha FPUAHMTE Npe3 BLIPACTOBMTE NEPHOAN hl

HENpEKLLHATOLT Ha FPUAUTE NPR3I BTANKUTE Ha 3aboaapaHeTo a

HacoysaHe Ha NALMEHTH B PAMKHTE Ha cTpaHaTa v EC a
CHTPYAHHYECTEO C APYIM BKCNEPTHW LEHTPOBE
Bpbaku v cbTpy Al T8O € NaLy KM Op Ly

MoAOEPABAHE KAUBLTAOTO Ha MEAWLMHEKUTE YEyri

) [ (A

EneKTPOHHO 34paBeonaasaHe
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EKCnepTHU LeHTpoBe
3a peaKku 6onectu B bbarapusa —
Kputepun 3a o603HavaBaHe

Mpo¢. UsaH UBaHOB

15 4@
BonHWuHa AelHOCT HESA]
o vwean
H-k 0TAeNeHue No AeTCKa HEBPONOMAA, NEHETHUYHU w“;;;;;:;; =

U meTabonuTHU GonecTH B KAMHUKATA NO AETCKA U
reHeTUuHW Bonectn Ha YMBAJT” Cs.leopm”
XocnuTanusnpa aeua npeaumHo ot Kna bearapua |
€ enunencya, ymcTBeHo W3ocTasare, AU, |
MaNPOPMATUBHU CUHIPOMM, HE BPOMYCKYTHK
3a60AABaHNA UAD.

[GCTHEOHATOAOTMY HI U MOCTUHTEH3WBHU PN
{yHacnieAeHM Mo TPaaMUMA W 3apagu onura
YCAOBMATA) HA KbpmadeTa (0-3mec.s.)

EKMM — 3 cneuManicTv nNo AeTcka HeBpoAorua U
neguarpus, 1 no neamatpus, {1 no gercka
€HAOKPMHONOTAA W NeauaTpHa), 3 cnelnanusaHTn
N0 AETCKa HEBPOAOTUA, 8 cecTpH, 2 CaHUTapKK
Martepuanna Gaza — EET, exorpad, EMI, ezoKMpanu
noTeHUaam, 4ocrsn 4o KT v MPT, enekTpoHHa 6asa
AdHHK oT 20001

bpo# xocnuTannsaumm Ha mecel, — okono 100 npu
16 nerna.

BonHWuHa AeWHOCT — ONKUT ¢ peaKKn Gonectn

+ Bpoit xocnUTanmavpaiy NaUWeHTW B OTASNEHNSTO C PeAKMU
BonecTy Npes NocnejHUTe 7 roguHn

Bp.criyqau ¢ pesku

oawa | SonEeT e
HEBPOMYCKYNHU W Ap.

AH-lonn 2012 121

2011 138

2010 130

2009 114

2008 141

2007 118

2006 119

AmbBynaTtopHa agefHOCT UnIQ

*+ MU, “lOHUK" — oTHpuT 2009

¢ KOHCyATaLnM Ha Aela W Bb3PacTHM ¢ enmaencua,
HaPYLIEHWUA B [ PA3BMTMETO, MOTOPEH AebuLT,
BPOJAEHU aHOMEAMK U Ap.

¢ ERMN — ABTCKN HEBPOAOT, HEBPONOIN, NEANATER,
NCAXONOT, CNELNENN3AHTH N0 NeAUaTPNA U
LETCHA HEBPONOThA

¢ MatepnanHa 6asa — EET, exorpad, enekTpoHHa

6a3a AaHHK
¢ CreJpame JEBA3A HA LeHTLPa “Beeku MaluneHT e
YHAKaAEH!”
Bp.cnyyam ¢
MognHa peakn
Gonectn
sH.-tonn 2012 54
2011 96
2010 101
cenT.-aek. 2008 54

OnNWT 1 eKcnepTHOCT B o6nactTa Ha peakn 6Bonectu

. FeHeTKa Ha envnencusTa:

+  MBamoe W, MuTeunenko W, Xpuctosa fl, Knasc N, Kneiic K, Cync A, flenpe N, Ayaenaept fl, fle
{Our I, Viopaanosa A. Mepeure §unrapcku geua c GEFS+ cuHapom 1 cubgpom Ha Dravet
c myTauun B red SCN1A. Bunrapcka Hegponomma, 2005; 5: (5): 311-315
T[S [Ba[Eomrer
s o wyrarura
AETEN ™

Opuzunasn cmamuu

TBPBUTE EMTAP('KH TEUA C GEFS+ CUHITPOM M CUFIIPOM
AVET C MYTALIAY: B TEH SCN1A 1 11

(SCNIA Mv‘mu,uw TP GEES+ 1 CHHIIPOM HA DRAVET! ) e
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OnuT 1 eKcnepTHOCT B 06nacTTa Ha peakun 6onectn

¢ Enunencua npu XpomosomMmHH aﬁepau,un
. Ivanov IS, Stefanova M, Stoeva R, Pacheva |. Chromosome abermrations associated with
epilepsy — frequency and features. 3rd Eastern European Conference on Rare Diseases and
Orphan Drugs, Plovdiv, Bulgaria, March 1-2, 2008 (Abstracts): 10.
Pesyntatn: ——
n/% |Sp
NaywneHTi Ha BLap. 0 — 18r., nprweTtn 8
NeTcra k-ka ot 1/1/2004 v 31/12/2007 13782
OT TAX - € emMnencns 438
22 Mapyuan+a morosomug dpter =

- afepaupu

s (Wolf-Hirsshhoro s}
- s,

oT TAX - © XDOMOE-2GEpaLI U ., o

8
UecToTa Ha eNMNENcHA opes BouHiv .
XOCMMTaNUaNpaHu NauweHTu e 1. k-4a: 38% |3 "
YacToTa Ha ¥POMO3OMHY 282RaUMK Cpen
NaLMEHTHTE © 1,8% |0,

OnWT 1 eKcnepTHocT B o6nactra Ha peakn Bonectu

. PE,EIKI/I MNPUHUHA 3a enUNencunA:
Minkin K. Tzekou €. Nayderou E. Wanov I3, Kulev O: Rormanshy . Busarsky
\/ Gerebellar gangliocyfoma presenlln with hemifacial spasms:
inial jeport Terature review and possie mechanisms. Acta
Neurochir (Afen) 2008; 150 (7): 715-724
Assogha K, Ferlazzo E, Striano P, Ciorese T, Vileneuve N, Ivanov IS,
manti P, Sessa E, Pachova |, Genton P. Heters cneaus sezite
manifestations in Hy pomelanosis of lto: report of four new cases and
Teviewof the lteratifs, Neurologioal Seiences (Newe So) (pubiished
online 10.11.2608) D3I 10-1007/510072-605-0160.5

'MOp MpH JETE C
HM MbpUOBe

+  Penku HeBPOMOMYHU
3abonABaHWA:
i J—
«  Mearios W, Mawesa W, Angponos X, Fonkosa M n B e s avgccma’

4244
+ Pacheva |, lvanov IS, Rare migraine forms in
children and adolescence.  7h European

- Spasova M, Ivanov IS, Grudeva-Popova JG,

. Shukerski K, Ivanev IS, Massaldjieva RI,

OnuT U ekcnepTHocT B obnacTra Ha peakun Bonectn

AnmnTpoea B, Criyyail cbt CHHAPOME ,ATMCE B
CTpaHaTa Ha uygecata”. Meguatpua 2005, 45 (2):

Paediatric Neurology Society Congress, Kusadasi,
Turkey, Seplember 2528, 2007 (Absiracts).
European Journal of Paediatric Neurology 2007;
11 (Suppl.1); 128

Stoyanova AA, Dimitrov HK, Moumdjiev [N,
Hodgkin's Disease with Alypical Clinical
Presentation, Associated with Aaxia-
Telangiectasia. Scholarly Ressarch Exchange,
2009, Article =} 974578, 2009,
doi:10.3814/2008/874576

Grozdeva MS, Bejkova AP. A severe
venbiiculomegaly in  a young adult with
neurological and psychological impairment: to
treat or not o treal. 12th Congress of the
European Federation of Neurologocal Societies.
Madrid, Spain, August 23-26, 2008 (Abstractsy
Eur J Neurol 2008; 15 (Suppl. 3): 201..
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OnKT 1 ekcnepTHoOCcT B ob6nactra Ha peaku 6onectu

¢+ HeBpomMyckynHuW Bonectu

. Ivanov 15, Panova M, Temmenlieva V, Geneva |, Todorova V. Proximal myotonic myopathy (PROMM): A case
presentation. 4th Eastem Eurepean Conference on Rare Diseases and Orphan Drugs, Plovdiv, Bulgaria,
June13-14, 2009 (Abstracts): 39,

. Jovda nova A, Karcagl V, Kremenski |, Litvinenko I, Uzunova M, Turnev |, Ishpekova B, Herzegfalvi A, Zaharova
B, , G tzarov: D. IvanovaT Ivanov IS, Veleva M, Tomov
Peteva M, Ka\ay@.eva L. Spinal muscular atrophy in gypstes from Bulgaria and Hungary. Acta myologica, 2001;

20 (3. 226+
© Tepres i, repremeaa B, Nureusenio W, Boxuroa B, Wunerona B, Quuoea M, Hearos U, Ye puiiona G,
Ewap b, Enren A, floxmionep X, n CURLPON TN 13 — KIHINMHO.

OHOTWIAIUPA HE  reHeTUHHA ergeMuOnomA. MesuaTpis, 2005; 45 (3): 17-20.

e e st o
P i net
T e e s el e

¢ BpofeHw mMandopmaL il U GeHOTUMHMW KapTh

+ IvanovS, Shuper A, Shohat M, Snir M, Weilz R. Aniridia: recent achievements in pasdiatric
praclice, Eur J Pediair 1985, 154: 795-800,

* fGrchhoff M, Bisgaard AWl Stocva R, Dimitrov B, Gilessen-Kacsbach G, Fryns JP. Rose .
Grozdanova L, vanov IS, Keymolen I, Fagerberg L, Skovby F,
Phenolype and 244k Avray-CCH Chargcleralion of Ghromo'some 13g Deletions. An Updals of the
Phenotypic Map of 13q21. 1-qler. Am J Med Genetics 2009 Part A,149A.894-905. impact factor
2.404.

«  MBaHos W, Yakoea J1, MoBopHnkora C, eHes E. flehopMaums Ha Sprengel B ChHeTaHne C gpyrk
CMHAPOMW Mo NOBOA HA 4B2 cryyaA. MNeanaTpna 1994, 33(1) 41-43,
. Menoea V1, Ctoesa P, UeaHeB W, CTedaHoea M, Manoea M, CToanosa A, AumuTpoe X, Mposesa A,
Cnywai Ha CMHADOM Ha Jacobsen MNeanatpus 2007 48 (1): 34-36,
Aniridia u PAX6 ren B 11p13 DeroTunia KapTa Ha 13q21 1-qter

r

ke AR

cooons

Kirchhioff M et al Phenotype and 242k Array-
CGH Chatatterization of

Chromosome 13q Deletions...Am J Med
Genetics 2008 Part A;1494.694-905

Ivanov 1S, Shuper A Shohat M, Snir M, Weitz R
Aniridia: recent achievernents in paediatric practice
Eur J Pediatr 1895, 154: 795-600

OnnT 1 ekcnepTHoct B o6nactra Ha peakn 6onectu

s PeAru spoaeHU UHPERLMK

- Chudomirova K, Mihajlova E, lvanov IS, Lazarov S, S P. C syphilis-missed
opportunities for prenatal inlervention. Sex Transm Inlecl 2002, 78 (3). 224-225

«  Uakosa N, MeaHos W, Bechos B, MaHomoB X, Bbpxy eAWH CIyHai HA MOHWHIOEHLSAMT NP1
BPOACHA TOKCOMNAZMo3a, ﬂe.qvlarpvm 1995; 34 (3j: 38-40.

BLpXy 8/HH CNYuBil KA MEHUHTORHYCCDANNT NPH BPOREHa
TOKCONMNAa3Moe3sa

tdaeosa L, I Heznas, B. Zodaou, Xp. Mancrice
Karogpa i, g o w5
Wasnasnt wsspirsr-

ieirsreet el o A

OnuT M eKcnepTHOCT B o6nacTra Ha peaku Bonectn

FROM CASE RFPORIS T0 GRADIT) WORK-UI OF CONGENIAL
AETADOLIC DISEASES 1N INFNCY

¢ Pepku metaBonuTHU U
eHAOKPHHHK BonecTu

. Ivanov IS. From case reports to graded work-up of
congenital metabolic diseases
in infancy. Second Easlern European Conference
on Rare Disorders and Orphan Drugs. September 8-
3, 2006, Plovdiv, Bulgaria. Conference proceedings
7375,

. Kaleva NN, Ivanov IS, Panova M, Shabnova TD,

D H in

mfan:y and childhood — diagnostic therapey
algorithm with contribution of three cases. F
Medica 2010; 52 (3):62-69.

. MoBophukoea C, Yakoea I, lenes E, XpucTos [,
Weaos W. Coysai c xunochocaTasua (© npaHoC
Ha ©41H CITyH 3 Ha MHCDAHTUIIHE (hopMa)
MNegnaTpua 1995, 34 (1): 33-35.

. Cranyee 3, Kypree A Vinues [, MeaHce WU,
CVHAPOM HA LMKINYHO ALISTOHSMIHHO NOBPbLIAHS:
WM CHHAPOM Ha Salo-WoI7: coBCTBeHD
npoyyeaHe, MNegnaTpna 2003, 43 (4): 47-49.

. Kaneea H, Yygommpoea K, MeTtpoea A, CToee V1,
CTossa P, Msaros W, Limnnes T }:laubsmvl B
CMHTESE HA XONIECTEPONA C OMNCAHUE HA
CMy4aA ¢t cHHAPOMA Ha Conradi-| Hunermann
Megnatpns 2010; 1: 37-42

KomeHTap no KputepuuTe 3a o603HauaBaHe

Ha eKCNepTHW LIeHTPOBe 3a peaKy 6onecty,
npegno:eHun oT KomuTeTa Ha eKcnepTHTe NO peaKKn
6onectv kbm EBponelickata Komucua (EUCERD)

1. Cnoco6HocT 3a ch3AaBaHe U NPUABPKaHE KbM A06GPM NPAKTUKY 3a

AWArHOCTHKA W Ne-eHue

+  HalA-saeH KpuTeplidl CymapeH ederT oT 0BEKTUBHN 1 cyBeKTUBHK haKTopK.

+  M3ucksa aferBaTHa OCBeAOMEHOCT — AO0CTLA A0 INTEPATYPA B MbAEH TEKCT, peJoBHD
YYACTUE B MEMAYHAPOAH MW OBYyUeHNs

*  CUCTEMHA DCATYPEHOCT Ha 63ancHN MacneaBaHna — Hanp. KT ¢ aHBCTE3N0NOT, aMOHAK
Ap. Ja ce u3paboT cxema 3a 334 LKUTENHA WM MOCTOAHHE MaTepranHa ocurypeHoCT.

¢ JlOCTBN [0 ChBPEMEHHN TEXHONOTUN K3 PETYIAPEH MPUHUMN {He UPes HayuHW NPOeKT/)

* - TeHeTUHa 33 MarH033 Ha Pa3NYHNA MOIBYHNA M CUCTEMHNA MaAQOPMALMA U
HeBpoAereHepaTUBHI 3360nABaHNA. TTpMMmep — IMarHo3a Ha MopPBAYHA MUKpOUEhanla
{He-neanorKa) — 7 reHa sa no 5-35% oT cayvanTe

® - MYCKY/IHA XWUCTONIOMUA C XUCTOXMM S 33 IMArHO3a 33 HEBPOMYCKYIH M Bonecti.
Mpumep- HaBop OT Cay4a W ¢ NaKTaTHa allWA03a 1 BEPOATHA MUTOXOHAPUaAHa BonecT

+  MoOTWBaLUMA — 330bKUTEnEH ¢aKTOp 33 AbAroTpaeH yenex
2. CLOTBETCTBALUM BBLIMONHOCTH 32 NPKEM Ha NALIWEHTK ¢ peAKU 60AeCTH 1
OKa3BaHe Ha eKcnepTHa nomoLy

*  MHOTO BaXeH KPUTEPMN, OCHOBAH Ha HanalMATeTa Ha neyeBHOTo 3aseaeHue

*  AHaaus Ha 6asa Ha NPeAXOAHN rognHI

*  TPYAHOCT — HABO Ha EKCNEPTHOCT — NIUAND WAN HACTMHHO ¢ NOCA_ABALLD
npenpallane B APyro 3asefeHne. Hanp. EWenoHuanpaHe npn spog,. metab. Gonectn

First level treatment Second level treatment

Recognize and treat emergencies

To recognize the clinical

presentations of CMD: » acute metabolic encephalopathy
% Acute encephalopathy » hyperammonemia
% Failure to thrive ¥ metabolic acidosis
3> “Neonatal hepatitis” > r]ypoglycemla_

. » liver dysfunction

» Developmental regression, . 3

“cerebral palsy’ Diagnose and manage other

manifestations of CMD - storage

» Organomegaly diseases, peroxisomal, etc..
» Dysmorphic features and + Prove CMD and diagnose the

malformations CMD group (i.e. urea cycle, OA,
» Ete AA, mitochondrial, peroxisomal...)

— Selecting patients for referral to

To suspect CMD based on .
the third level.

family history

Yoy 1S, From case reports to graded warkup of congeniial mefaboli diveases
ininfancy. Second Eastem European Conference on Rare Disorders and Orphan Drugs. September 3.5,
006, Piovdliv. Buigaria. Conference procecdngs: 75-75.

Second level tests

Obligatory lab studies when CMD is Mest common groups CMD

suspected: (1:1400):

1.Complete blosd count with 1.Urea cycle CMD (1:15-30
differential 000)

2.Urinalysis, incl. pH, glucose, ketones 2. Amminoacidaemias (1:5-
3.8erum electrolytes 10 000}

4.Blood glucose 3.0rganic acidemias (1:10

5.Blood gases 000)

6.Plasma ammonia

7.Plasma lactate and piruvate

8.AA and OA (on the spot or transpert to the
Nat. Gen.Lah .resultin 48-72hrs}

4. Mitochendrial CMD (1:10
000 resp.chain}

5.Fatty acids oxidation (1:11
000 romas)

R. Tincheva, 2005, 1. Kremenski, 2006, T. Raghuveer, 2006; B. Bruton, 1998.
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

Third level treatment

Exact biochemical defect
Genetic diagnosis

Guidelines for continuous treatment of each
specific patient
Registration and statistics

3. YnpagneHue Ha KadecTBOTO ChINacHo HaLKOHaNHW W EBpOI‘IEﬁCKM
pasnopep,ﬁu, YYacTUe 8be BBTPELUHK KW BbHLUHKW CXeMM 3a KOHTROA Ha
Ka4ecTeoTo

* [oxenatencH kpurepuin!
W B mMomenTa YMBAS u MY patotar no 150 9001:2008.

HeoBx0AnmMK £a creLuuIHA KpUTEpUM 33 pearu Bonectd.

4. Cnoco6HOCT 3a NpUAaraHe Ha NOKa3aTe M 33 Ka4ecTBo Ha rPUMEUTE U oLleHKa
Ha AeHHOCTUTE (BKAIOHUTENHO K3MepBaHe Ha NaLM eHTCKaTa y/,0B1eTBCPEHOCT)

BaeH KpuTepwil
+ CpaBHeHMe C MeXKayHapoaHW pesyaTaTu!

KHUra 3a NoxXBanv v onnaksanua, TenedoHH, e-meia u yeBeair 3a
ONA3KBAHWA CBIECTBYBAT U Cera.

MapaboTsaHe Ha cneLnbHIYHA KPUTEPUN 33 NaLWMEHTCHKA YAQBAETBOPEHOCT
W opmpaHe Ha poAnTeNNTe 33 NPOTHO3aTa, KOATO YecTo He e fobpa.

YenexsT Npu AedeHre e CUAHO 33BUCUM OT COLMANHaTa cpeaa, Npu KoATo ce
oTrnexaa geTeto.

5. BUCOKO HUBO HA EKCNEPTHU NO3HAHUA U ONWUT (roAMLIEH 06eM LIMTMPAHWA U
EKCNEPTHH C 6poii pey paHu ny6. rpaHTOBE,
AKaAEMUYHU ANBHHOCTH M Hay4HU THTAM)

b1 TpABBano Aa ce oueHasa No 6PoH NALMEHTH ¢ pedKK BOAECTH, 33 KOUTO
EKCMEepTLT Ce TPUKK, M N0 KAMHAYHWA eperT OT IeYeHNeTo, KOETo Npruaara —
OBEKTMBHA OLEHKA+POAUTEACKA YAOBNETEOPEHOCT

. HayMOMeTpVNHVITe NOKa3aTeAu Ha BCEKM eKCNepT 3aBHCAT 40 ronama
CTeNeH OT NO3MLMATA HA 33BEAEHHMETO, B KOETO PalioTh — HALMOHaNeH
pedepeHTeH LeHTbp AN PErMOHANEH TaKbE.

6. MPHHOC Kbt aKTYANHUTE HayHHIK U3CAEABaHWA

*  BameH KpUTepUi — 33aBA604aBaHETO B 6AWH NPOBAEM BHHATH BOAW A0

¥YBEAMYEHO KAYeCTBO HA NPIKTMYECKATA ,ﬂel-;IHOCT

EKCNepTHUAT onur, 063‘12, e ﬂO*UJMDOKOOﬁXBaTEH OT HaY4YHAaTa TEMATHUKA.

7. CROCOBHOCT 3a yYacTHe B CbEMPaHe Ha AaHHU 33 LeAUTE HA KAMHWUHHU
W3cNeABaHMA M 06LLECTBEHOTE 34paBeonazeaHe

*  BaweH KpuTepuid!

. PEAKMTE 60NeCcTM M3MCKBaT AOKYMEHTHPAHE HA BCEKM cnyuaﬁ M BB3MOMHOCT

33 NPeACCTABAHE HA Ta3n MHOOPMALMA HA CNIELMANN3UPaHH B oBnacTTa
HaY4HM CTPYKTYPU NPK 3aNazBaHe Ha aBTOPCKUTE Npasa.

s M3rpawmaaHe Ha XPAHUAMLLE OT CAYYaM Ha peakm Bonectr

8. CnocoBHOCT 3a yHacTUe B KAMHWYHW NPOYYBaHKA

+ [IpenopbynTeneH Kputepuin!

B geTcKaTa HEBPOAOTMA WIMHWYHWTE MPOYYBAHMA, CTOHCOPUPAHN OT
durprn, ca manko!

BaKHO & YHacTHeTO B MEMAYHAPOAHHM HaYHW NpOeKTH!

9. U3non3eaHe HAa MYATMAWCLMNAWHAPEH NOAXOA, HACOYEH KbM
MEAULMHCKKTE, NAPaMEAULIMHCKK, NCHXONOMUMECKW M COLMANHK NOTPEBHOCTH

IMIHOTO BaMeH KpuTephia!
.

334BMKUTEAHO e U3rpaXkAaHe Ha e kUM OT cNeLyancTy, ChoTBETEH Ha
3abonAasanero!

Moe M Ha GYHKLMOHANEH NMPUHLAN NPK SeHULNT Ha CIELHAANCTH

CTaHgapT! 3a rpwkm npu DMD e

J—
Rou
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10. OpraHK3aLUA Ha CbTPYAHKYECTEA € LieN FapaHTUPaHE HENPEKBCHATOCT Ha
rPUKKTE NPeZ NEPKOAUTE Ha AETCTEO, KOHOLLECTBOTO W 3PANA BB3PACT

BakeH KpuTepui!

CMAHA Ha NIEKYBALLMA €KW € TPYAEH NepUo 33 cemeNcTBOTO Ha BonHo
fdete!

Bunpoc Ha koMyHUEaLWMA. [TpU NpeaasaHeTo oT NeAMATEP Ha NeKapH 33
BBH3PACTHU TPAGBA A3 BHAAT YTOUHEHH W NPUOPHTUZMPAHK CneLUdUUHIHATE
npobaemm 3a BCAKO JeTe.

11. OpraHu3aLiA Ha CLTPYAHMHECTBA C Lien rapaHTMpaHe HeNpeKbCHaTOoCT Ha
rPKKUTE NPE3 BCUYKUTE eTanu Ha 3a6onAaBaHeTo

+  BaweH KpuTepui!

3aBucK oT Haﬁopa OT CNeLManncTi, C KOMTO paznofara cCbOTBETHATa
KAMHKKE W 6OAHULLA

I'IpenopraTa € 33 KOMMNPOMMC C Ka4eCTBOTO 33 CMETKA Ha BCeobXBaTHOCT
H3 CLOTBETHUA LeHTLp!?

3. The combined scope of all GEs within a MS covers all RD patients’ needs, even if
they cannot provide a full range of services with the same level of expertise for
each RD. ussage o7 "EUCERD RECOMMENDATIONS QUALITY CRITERIA FOR CENTRES OF EXPERTISE FOR RARE
DISEASES IN MEWEER STATES 24 OCTOBER 2011)

JIMMHO MHEHKE — Ka4eCTBOTO € NO-BAXKHO OT KOAUMECTBO!

12, MoAXOAALM MEPKH 32 HACCYBAHE HA NALMEHTH B PAMKHTE Ha CTPaHATA K EC

BaeH KpuTepuii!

Heobxoanmo e hoprmanusipane M1 4opa3paboTBaHe Ha ChILECTBYBalMTE
Npasua, CNeLManm3aLmna v e papxma Ha HALMOHATHO HUBO 33 BCAKA
oTJeHa rpyna 2a6onABaHMA {Hanp. BRoAEHH MandopmaTUBHK C-mH,
enuaencu, UM, yect HMB 1 ap. — npM Hac; MS B geTcka Bb3pact {peaku,
uHTepdepon oT H30K) - AHK Ha YCBAAHN “Ca.Haym”, Codma
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13. Bpb3KM U CbTPYAHUMECTBO C APYrH eKCNEPTHU LIEHTPOBE Ha HaLIWOHANHO,
eBPONEeHCKo U MEXKAYHAPOAHO HUBO

*  V3K1IOMMTESHO BaXKeH KprTepuid!

* MNoseyeTo peaKy GONECTM ca TPYAHM 33 ANArHO3a cydau. CreumanietnTe
OT CBETOBHA BENVYMHA €3 €AMHULM.

s HeoBXOAMMOCT OT M2rpaKaaHe Ha MYHKU KOHTAKTM — YUacTHe B
MEXAYHAPoAHU HOPYMHM W OPraHN3aunm

¢ [poBaemmn: KOMYHWKALMATA U3MCKBA Bpeme (UM AOMBAHUTEAEH
TEXHUYECKM NMEePCOHan)

14. Bpb3KK U CHTPYAHWHECTEO € NALIMEHTCKU OPraHW3aLmm

* [lpenopbyuTeneH KpUTepuiil
* B3aWMHa NOA33 OT NALMEHTCKUTE OPraHU3aLMuI:

* -33 Hac - NponaraHanpane n Ao6rpane 3a BbaeXJaHe Ha No-Jo6pu
npaktuku {Te ca «moTop» Ha npomaHaral)

* - 33 NAUMEHTCKUTE OPTAHU3ALMU — NO-J0BPU IPUKK 33 NALMEHTUTE

15. MepKK 3a noAo6pABaHE KAYECTBOTO HA NPEAOCTABAHWTE MEAULIMHCKU
YCAYru U ocobeHo 3a HamansasaHe BPEeMETO 3a OKOH4aTeNHa AWarHosza

* BawmeH KpuTepui!

+ OTpasAsa Npo6aemu Ha 34paBeona3BaHeTo BbobLe:

. MaTepmanHa OCUINYPEHOCT — MTeHETUKA, XMCToNoriA, 06pa5Ha AWarHocTuka
*  TeXHWUYecKKW CbTPYAHMULM — KOPECNOHAEHL WA, aPXMBNPAHE, CNIPaBKM. ..

s DUHAHCHPAHE HA TPAHCMOPTHH PA3XOAM M JOMBAHUTEHMU PA3KCAN 33
M3CAeABaHE U NedeHne

16. EneKTpoOHHO 3apaseonassaHe (CMCTEMM 32 ChBMECTHO pasraeXAaHe Ha

cAy4Yau, eKCNepTHU CUCTEMK 33 TeNE-EKENEPTH3a, CNOABNEHO XpaHUAMILLE Ha

cnyyau)

= [loxenateneH Kputepui!

* YnecHsBa KOpecnoHAeHUMATa

+ [la6bae opmaniaupato 3a Ja ce 33AeAM Bpeme 3a y4acThe BbE Gopymu 1
ce NOBMWABAHE HA KAYECTBOTO HA Ta3n ,qel:lHOCl’.

+ Cb3AaBaHe HA 06IOAOCTENHA 6333 AaHHM C MOAEPHH PHKOBOACTE U
TECTOBE — HAMP. HOMOTPaM K 33 PACTEN NPH 4ELa C aXOHAPONAA3HA

A IR T
Maan-183
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JETCKA HEBP OJTOTHS, NCHXHATPHI
U IICHXOTOTHA HA TETCKOTO PASBHTHE

TTydmHKaInT - TlpenopLr Mo RasHI TpoGTeNs & TeTCKaTa HEROTOTHS

Hauano

Homa mreparypa:
| Developments inMlolecularGeneric Diamustics

35 apyecmoT

+Dystonia Dg and T

Kaueo, ke, Kara -EINS epi ke dementia 2010
+EENS NMD molecular diagnosis-2011

Mpaacrorny dopymm - Genetic diagnosis ic discases

- Management of Stroke in Infants and Children Statement
+ Microcephaly Dg evaluation - by AAN

| +Molocular quidolines f i
- Rosenbaura-G MIFM curves 2008
- Seveening for umowrs in
- AAN guidelines

Tyt

attaxias and spastic paraplogias 2010

[men— .
mmnmEey syndromes

Monesnn s pw3kn
- Evaluating a firs: nonfebrile seizure in children (American Academv of Neurology)

+ Seveening and diagnosis of autiom (American Arademy of Nourology)

+ Diagnosis and Evaluation of the Child With Attention-Deficit/Hyperactivity Disorder (American Academy of Pediatrics’
- Long Term Tre atment of the Child With Simple Febrile §eizures (American Academy of Pediatrics)

- The Management of Mmar Clnsed He ad Tnjury in Children (American Arademy of Pediatries)

- The Neurodiagnustic Evatuation of the Child With a First Simple Febrile Seirare {American Aradeny of Pediatrics)
- Ireamment of the SchoolAged Clild With Attention-Deticit ivity Disorder (American Araderny of Pediafries]

Kowra

« Tompnral Lohs and Lacalized enenfical Ressctions for Bpilepsy (American Aeademy of Nowalogy)
jury (January 2003) (Americ an Araderny of Yeuralogy)

» Antiepileptic Drug Prophylaxis in Severe Trammatic Brain

OUeHKa Ha NpeANOMeHUTe KpUTEpUH

3HAUMMOCT Ha KPUTEPUA

Kpurepuii 3a o6ozHaueHne [TR——

HO BAKEH

Bamen Nomenarensn

Ch3panaNe W PUABPHGHE K 406U NpaKkTHKN 8

BLIMOKHOCTH 33 NPHEM Ha NALMEHTH a2

Ynpasn ekMe ¥ KOHTPON Ha KavecTAOTO na

TIPU/IArAHE Ha NOKA33TEAM 33 KIYECTBO U OLEHKA aa

HUBO Ha BKCNEPTHI NOIHAHUA U DAUT A

TIpUHOC Kt GKTYAnHUTE HAYHN MICTEABAHAA aa

CubMpaNe Ha AaHHM 33 HayuHW W 3ApaBHM ek 2a

YuacTHe B KIMHUIHU NPOYBaHUA na

Wanonapake Ha MyATMAMELMNANHIPEH NOAXOA na

HENpEKLECHATOT Ha FPMIKMTE NPE3 BHIPACTORMTE NEPMOAMN 2a

HENPEKILCHAT OCT HA FPUIMTE NPE3 ETANMTE Ha 33607 ABIHETO 28

Hat odpahe Ha NALMEHTI B PAMKUTE Ha ETpakaTa W EC aa

CHTPYAHMYECTBO € APYIM EKLNEPTHY LieHTpOBE sa

BpHLIKM U CLTPYAHMHECTAO € NALMEHTCKM DPraHuIaLu 2

TM0A06 pABAHE KAUECTBOTO HA M EAMUMHCKUTE YLIYTY aa

EneRTpOHHO 3ApaBeonaspake aa

CamooLieHKa NO NPeanoKeHUTE KPUTEPHH

MoKpUBaHE Ha KPUTERUA

Kputepuii 3a o6ozHaqeHne
(MpAHG, YacTUYHOD, He NoKpuBa)

Cuapaname W NPUABPIKaHE K ABPH NPaKTIKM HoKpiEa acTMMHo

BLIMONHOCTH 33 NPUEM Ha NALUEHTH noKpuea
VNpasneHme M KOHTPOA Ha KECTBOTO noKpUEa
TIpUAaraHe Ha NOKAIATEAN 33 KAUELTHO W OLEHKS nokpuea
HUB0 Ha EKCNEPTHI NO3HAHUA U ONUT nokpuea

TIPMHEE Kbt AKTYANHWTE Hay4HW M3 1eABIHUA MIOKPUBA MBCTUMHO

CLBMpanE Ha AaHHM 33 Hay4HW U 3APABHM Lienk noKpuea
YU3CTUE B KIMHHUHU NPOYIBIHMA nokpuea
H3noa3eaHe Ha MYNTHAMELMNAMHAPEH NOAXOA noKpuea

HenpeKbCHATOCT Ha [PAMMTE NPE3 BhIPACTOBUTE NEPHOAN ToKpMRa HAGTHHHO

HeNpeKbIHATOLT Ha PAMMUTE NP3 eTanwTe Ha 3a6onABaHeTo nokpea
HacousaHe Ha NAUMEHTU B PamKHTE Ha CTpaHaTamEC noKkpuea
CHLIPYAHMMECTBO € APYTU EKCNEPTHM LieHTpoBE rorpea
BPE3KM M CETPYAHUUECTBO ¢ NALIMEHTCKM OPraHu3aymm rokpUea

KauecTBOTO Ha yonyrn oKpiEa

En eKTp 0HHO 3ApaBeenaspane MIOKPUR2 YBCTUUHO

O6obweHne

¢ TpUAOKUMOCT Ha M3BPoeHUTE KPUTEPUK KbMm BbArapekaTa
34paBHa cucTema

- TpUAOIK MMM €3, HO CbOBPAZEHI € pecypea OT CreLUaniucTH 1
TeXHMKA, ¢ KOWUTO paznonara cTpaHaTa

- HAma KiuMHKMYHa cneuranHocT “peaku Gonectu”. B ocHogaTa ca
cneuManucT1Te No OTARAHU Pazae/v Ha MeguumHaTa.

- KoMneTeHTHOCT U KoopauHaUKA — ABeTe Hal-BaKHU YCAOBUA
3aycnex

* [pepnosenun 3a Apyru KpUTepuu 3a obozHa4aBaHe Ha
eKCnepTHU LLeHTpose No peaki 6oaecti & Bbarapus

- He! Tean ca AocTaTh4YHO MHOTO.

O6o6weHne

* YCTaHOBABAHE HAa MEXaHMIbM 33 MPEAOCTABAHE HA CTATYT Ha eKCnepTeH
LEHTBP NO peaKn BonecTu

- Kanaupatcrsae Ha 6a3a Ha OMUCAHNTE KPUTERUM

- AHKETU cpeA naupenTr + ONJ1 33 YA0BNETBOPEHOCT OT YCNYIHTE A0 MOMEHTa

- CTaTyT Ha UEHTBp; TCNeLHanusaius no rpynu 3a6onasaqua

- JoneanutenHo ¢unaHcupane (“Mapwre cneasar naymental”) — 3a
CLTPYOHVLM, TEXHWKA, U3CTeABaHWA B YyKBKHa, 0bydeHre

- ®1HaHCKpaHe oT AbprasaTa/H30K Ha reHeTUYHW, MeTABOAUTHI U
XMCTOAOTMYHU MBCNEABAHMSA M3BBH CTPaHaTa A0 NOCTABAHE HA OKOHYATEHA
AunarHo3a {noHe B cemelicTBa 6e3 3apaso AeTe- 3a npeHat. [r)

* YCTaHOBABAHE HAa MEXaHMIbM 33 KOHTPOA M OLEHKa Ha AeHHOCTTa Ha
€KCTIepTHUTE LeHTpOoBe Mo pedku 601ecTM Ha Ba3aTa Ha NpeaioKeHuTe
KpHTEPUK

- OfMT Ha BCEKM 2-4 TOAWHM Ha 6a3a HA KOAMUECTBEHM W KaUeCTBEHW KPUTEpUM
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Momuye Ha 16r.6. ¢ NapuranHa moHosemna 22(q}(11.2-ter}

+  VspaseHa MUeEa M GPYra AUCMOPCINA, NeK JUBEPreHTeH CTRabnIsM.
+  BCM- mexgykamepeH geext

«  HIMP-sabaseHo cb3pABEHE HA KOOPG MHELKMATE, |Q B0%, B

*  Enunencua; 1-4r.e
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3a peaKku 6onectu B bbarapua -

EKCcnepTHU UeHTpoBe

Kputepuun 3a obo3HauaBsaHe

Dou. Buonera Motosa

KpaTko npeactaBaHe Ha nekTopa

1991 r — npenoaasaten 8 MY — BapHa, ot 2007 r - goueHT

2002 r - pokrop (M8 geua — NocTHaTaneH PacTex M PUCK OT KbeHa 3abonsemocr,
oueHeH Ha 18 r s-ct); 2012 r — AOKTOP Ha HayKuTe (O6ulo 1 abgomnHanHo
33T/LCTABAHE — NPEHATANHM M NOCTHATA/IHW BAMAHMA. 3HAYEHMWE 32 NOBALLEHMA

PUCKOB NpPOdKA OT AeTCKa BL3pact.)

Ot 2010 r. — HauaNHMK Ha NEAVATPMUHA KIMHUKA

Ot 2009 r. unen, a ot 2011 r. — Cekpetap Ha CFC Ha ESPE
85 emamuu, 21 8 UyHOU BUCOKOUMITAKMHU CUCGHUA, 1 2naea 6
Yyl enexkmpoHeH ydebruk, 180 yuacmus

Jlexmop & HatipoGu; dunagedua, Pum, Niebnana, Conyh, Oxpua u np.

5 rpaHTa (2 uy:am, BKA. M Mo 7-ma P Ha EK), Ha obLua cToliHocT

450 000 ns.

PeuenseHT 3a J Pediatrics, Pediatric Diabetes, Int ] Pediatr Obesity, Acta
Paediatrica; Hong Kong Board of Sciences, ®HM kbm MOH u ap.

Tpuma AOKTOPaHTU A0 MOMEHTa.

AomakuH Ha 4 0BY4UTENIHU KYPCa C YyHAECTRAHHO yYacTHe.

ONWT M eKcNepTHOCT B 061acTTa Ha peaKkU Bonectu

MpeauMHO 8 061acTTa HA ASTCKATa EHACKPUHOAOIUA — 32 20 roAWHK:

— C-m Ha Prader-Willi, Beckwith-Wiedemann, 6onecr na Wilson,
6onect Ha Cushing, BHX, amnoguctpodua tun Berardinelli-Seip,
SOD, BpoaeH xunepuHcyaMHusbm (ABCCB), peaku dopmu Ha
aunabet (MODY Kir6.2), COLIAL gedektd, GH MyTaLMOHHK
AedeKTH, XMNONUTYUTapU3bM, FEHETHYEH XHMNOTOHAAH3bM,
CbuyeTaHUe Ha enunencua ¢ auaber, pamunaHa
XHMnomarHesmemus, NCeBAOXMNONApaTMpecHAN3bM, CHHAPOMM,
DSD, o6meHHUM 3a6onsBaHKUA {NEBLMHO3a, MUKOTEHO3a U Ap.).

— 3a MbpBM MLT Y HAC oNMcaHu 6 3a6o0NABaHHA A0 MOMEHTa.

- MyATMAUCLMAAKHAPHA FPUIKa

+ Tanacemua maiiop

* KuctuuHa gpubposza

+ PeAKM TYMOPH

+ OcrereHesuc umnepdexra

KomeHTap no kputepuure 3a o603HauaBaHe

H3 eKCcnepTHU LeHTpOBe 3a peaKun 6onectH,
npeanoxeHu or KomnTeTa Ha eKcnepTHTe NO peaKu
6onectn kbm EBponeiickata kKomucua (EUCERD)

1. CNocoBHOCT 3a Cb3AABAHE W NPUABPIKAHE KbM A06PH NPAKTUKK 33
AWArHOCTUKA W NedHeHre

* 3a mHoro peakute Gonecru,
Ta3u CNOCOGHOCT 3aBUCH OT
o6LaTa npakTMKa Ha LeHTbpa

* 3ano-uectute pegku 6onecru
— OT OpraHu3auus, pecypc u
3apensiHe Ha Bpeme, KaKTo U
OT NoCNeABaLaTa OTYETHOCT

* Mpumep: AnarHocTura Ha
peaky dopmu Ha aAnaber.

Hauyano — 2006 r., cera —
pYTMHHa npakruka. Npesoa {c
aBTopCKKM npasa Ha ISPAD
FakanaiiHa, NeKTopH No Tasu
TemaTuKa, Hanp. Npes anpua
2013r. — npod. Jan Lebl)

Hiates
[ ——————

FeSU T3 36 Gles Geiz
1 Months o Insulln

HEAen

an insuiin

on suphonyiures

Pearson et al, 2006, New Engl J Med

2. CBOTBETCTRALLM BBIMOXHOCTH 3a npremMm Ha NauvieHT ¢ peakK
6onecTy 1M oKazBaHe Ha eKcnepTHa NGMoLLY

Aockopo (a W focera) - cTMMaHETO Ha
eno (Kbm okp
rpag, cronMuata u np.). Peguua
npUMEpY, Ye TOBA He YBEAMHABA HUTO %
PEAKM ANArHOZW, HUTO KAYECTBOTO HA
. Kak 1pabsa: FOA)
oT4eT 3a 6poii HacoueHU
naLKeHTH, TaKUBa 3a 2-po
MHEHME; KaKTO W peanHu
NOCTHXKEHWA NpU TAX
(npocneaeH NbLT NO-HaTaTbK).

MNpvmep: B AQpPUKa HAMA HWTO eaHa
NaBopaTopMA 3 UMTOTEHETHKA —
pe3synTaT ce yaka 3-6 mecela, a
LieHaTa Ha e/jHa OBMKHOBEHA
KapHorpama, NOKpHEaHa oT
cemeiicTeoTo, e Hag, 300 gonapa!

Hait-BaxHo 3a To3K KpUTepuid
& YCTOMMMBOTC pasBUTUe

Mxa ¥1e Banentun, MpesuaeHT Ha
OWdbE/Hoanetsp: “lMNpean mHoro
TOAWHY HEMCKA KOMITAHWS! 3aMousa
BHOC Ha MNOAXOAS WK CPeACTEa 3a
OPTONEANYHO NEYeHne W
Sutpocporary 3a naunenture c OU
¥ C NOMOLLTA HA TEXHKS OTAAAEH HA
AEIOTO OPTONEZ Ca NMOCTAMHATH
MHOro oGpK pesynrary, noxe 2a
roNsiMa YacT oT cemencTeara. 3a
CLKANEHNE, Ta3n ASHHOCT M
KOHTAKTHTE CMIMPaT M3LAN0 cneg
TParMyHaTa M BHE3aNHa CMLPT Ha
TO3KM Nnekap.”

3. YnpasaeHWe Ha Ka4ecTBOTO ChbrAACHO HaLWOHANAHK W EBpOI‘IEﬁCKM
pasnopeAﬁM, yHacTHe BbB BHTPELUHM W BbHLUHW CXEMM 3a KOHTPOA Ha
Ka4vecTeoTo

Ha WHCTUTYLIMOHANHO HUBO — CHCTEMA 33 YNPABAEHWE Ha Ka4eCcTBOTO

Ha HMBO cexTop (ekun/knuHuKa) — MPUAOKEHUE Ha obLonpreT
KOHCEHCYCH W railgnaiiHu. Ceptudnumpane no esponeiicki KpUTEpHIA —
cnep, cTpemek 3a NOCTUIAHETO UM.

MNpeacTagaHe U 06CbXAAHE HA CAYMaU W HAYYHW NPOEKTH Npeg,
MeHAYHaPOAHM eKcnepTH (Ha NeTHK W 3UMHM YHHAKLLA, CEMMHAPK U Ap.)

4. CnocobHOCT 33 APUAAraHe Ha NOKA3ATENN 33 KAHECTBO HA FPUIKUTE U OLIeHKa
Ha AeHOCTUTE (BRAOHWUTEAHO U3MEPBAHE HA NALIMEHTCKATA YAOBAETEOPEHOCT)

* Hamam KOomeHTap. B NPaKTUKaTa ¥ Hac — HKWBO Ha «3aBpBbLUAHE» KbM
AafeH LEeHTBP.

MU — HU

* TaKuea oLeHku Tpabea 3aa%. o paca
He OT neve6HUTE CTPYKTYPU W M3BTBH BPEMETO HA KOHKPETHU MeAULIMHCKH

AeiHOCTU

5. BUCOKO HWBO Ha EKCNEPTHU NO.

u onut (rog)

o6emM LUMTHE

EKCNEPTHYW CTaHOBKLLA, Bpoli peLieH3upanK nyBaMKaLmMK, rpaHToBe,
AKAAEMWHHU ATBHHOCTH W HAYYHW THTAM), KAKTC M 6P Ol NaLMeHTH/ OLIeHKK

M3KAIOHUTENHO BaKeH KpuTepuid! Hanp. Sian Ellard {diabetesgenes.org,
Exeter, UK) — Hag 900 uuTHMpaHna B NOCASAHMTE 5 TOANHU, AbPXKM IPaHTOBE

Ha 061Wa CTOMHOCT Hag 3 MAH. 1KpH).

ChluecTeeH Kputepuii — 6poit Bb3NUTaHALM {A0KTOPaHTH), Cb3AaNK
CaMOCTOATENHN U3CNEAOBATENCKM rpynn — A. Hattersley — 10 Takusa
gb3nuTaHuum {53 roa.!). MOKA3SBA SHAYMMOCT U EKCMEPTHO HUBO -

WHAME - “CAMOOMNPEAENEH EKCMEPT”!

6. MPHHOC KbM AKTYANHKTE HAYYHW W2CNeABAHHA

OT onucaHaTa cepua npes 2006 r. ¢ Kir6.2 akTMBMpaLa myTaLMa —
npeaasaHe Ypes MyTaL KA B NOACBUTE KAETKM. C U3NPaTEH CNecUmeH oT
cNepma — cneumaneH cnocob 3a 0boraTABaHe M JOKA3aTeNCTBO 3a MbPBUH MNBT
B CBETA 33 TAKbB MEXaHW3bM Ha NpenasaHe (Edghill et af, JCEM, 2007)

B eeroAHua K-¢ Ha ESPE/2012— 3 yMacTia oT Hac — 1 HOBa myTalua Ha PX1, 1 Hos
GEHOTAN Ha XPOMO30MHA aBepaLmna N e4H3 CEpUA OT NALUEHTA ¢

AaHXUNONATYUTa UM
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7. Cnoco6HOCT 3a yuacTUe B cbBUPaHe Ha AaHHU 3a LieAKTe Ha
KNKWHKYHU U3ChefBaHWA W lJﬁI.I.‘ELTBEHDTO 3Apaseona3gaHe

* T.Hap. HAYYHO H3CnedBaHe
THN «OAUTY.

* PenoBHO ce npoBexaaT
TaKMBa B HALWWA LEHTbP, Noa,
dhopmara Ha NeKapcku
KONETHYMHM

* Toea Haif-yecTo ce Bbanara Ha
AOKTOpaHTUTE (33 HaYanHo
HabupaHe Ha onuT) M Ha
CNEeLMANM3AHTUTE KaTOo Yacr
OT TAXHOTO NOPT-GoAHO

¢ Hali-MHTepecHUTe peaynTatu
— NpeAcTaBAHU Ha YYRAN U
HalM KOHTpecu

8. CNOCOGHOCT 3a y4acTHE & KAMHUYHW NPOYHBAHUA

¢ 33ABLAKUTENHO! 3aBMCH OT HATPYNAHUA ONKT, He CAMO ¢ PeAKK BoaecTU

* PyTMHHaTa rpuM*a M KAMHMYHKUTE M3NWUTBAHKA ¥ Hac, obade, He ca e
npsAKa 3aBUCUMOCT.

* TMPMMEP: Kictiiuna dubposa. Haik 0 Npoy a Heypep,
PYTUHHa rpu:Ka (AncnaHcep, KAMHUYHA MBTEKA, ralignalid 3a
MYATUAWCLIMNAWHAPHO NPOCAEAABAHE U NP.).

9. MenonseaHe Ha MyNTUOMCLUUNIMHAPEH NOAX0L, HAaco4YeH KM
iCKUTE, N {CKK, NCHXGNOTMYECKU U COLManHK1
NoTPeBHECTH

«/IEKAPAT E CAM CbC CEMERCTBOTO

sOctaHanuTe eABa NPOX0oHAaT, HO NoHe tbnpmanHo 3ano4ear Aa ce neAsAsaT

46, X046, XY — He8 bBIMOXHOCM 3a fTanapockonus ¢ Guoncus

IlenTnHOB Tpan®n

10. OpraHK3auma Ha CbTPYAHWMECTBA C LieN rapaHTMpaHe
HENPEKBCHATOCT HA FPHKIKTE NPes NEPUOAKUTE HA ACTCTBO,
HOHOLECTEOTO W 3PANA Bb3pacT

* HAR-TPYOHMU Y HAC —
TPAHCAUCLUNANHAPHM,
TPAHCUHCTUTYLIMOHAAHMN,
TpaHCpernoHanHun
CbTPYAHUHECTBA

¢ NPUMEP: BpoaeHa
Hag6b6pedHa
Xunepnaasua.

* CKPWHWHT — OTpOMHO
NOCTUHEHHE.

¢ [onam npoGnem —
onepaTUBHa KOPEKLMA Ha
reHuTanuuTe.

11. OpraHW3aLMA Ha CHTPYAHWMECTBA € LIeN Fap AHTUPAHE HENP eKbCHATOCT Ha
rPUKNTE NPe3 B¢ eTanu Ha zabo (4

* BAAB/TKUTEAHO!

* MPUNMEP: Onepauuu npu DSD. /IUTMCA HA YCTOMYMBOCT (npeHacousaHe,
3amKHaBaHe 3a JYy:6UHa, NEeHCUOHUPaHE, CMAHA Ha PHKOBGACTBO U
NPUOPHTETH U AP.)

. ﬂnr-¢

PYAHOCT — BCE NO: Ta NONYASAPHOCT HA Tal

12. NoAXOAALM MEPKM 33 HACOHBAHE HA NALMEHTH B PAMKUTE Ha cTpaHaTa U EC

* Bnaanka E112 e pyTMHHa 33 EBpona v HeJOCTMXMMA 33 HALIWTe NauueHTH.
DoHg0BeTe/POHAALNN — KEKCNEePTHA OLEHKa », KOSTO YecTo He CbBNaaa ¢
HMKaKBa eBponeicKka WM CBETOBHA NPaKTMKa. /IMNCA Ha NPO3PaYHOCT U
HEBB3MOXKHOCT 33 060CHCBKa OT CTPaHa Ha Haco4BalLaTa CTpaHa.

*  JIPUMEP: I0nuaH — HaiA-mankna esponeel, ¢ 6-c1 Ha Cushing — onepupaH, oabueH
W JIeKyBaH MeVNKamMeHTO3HO 3a 4 1., 6e3 HMKaKBa $MH. NogKpena Kbm
cemeMcTBOTO. TOKY L0 OTAYCHATH 25 000 Ha ApYr, MHOro Ne-AeK NaLMeHT 3a
neveHne B uywbuHa.

13. Bpb3KH U CTPYAHUMECTBO € APYFW EKCNEPTHU LIEHTPOBE HA HALIKGHANHO,
€BPONEeiCKo W MEKAYHAPOAHO HHEO

* BCKYKM YCNElWHK NaLMEHTU Ha JaAeH eTan ca ce HYMAAenu oT Toea -
KaKTO Ha HalMoHanHo (HaLMoHanHa CKpMHKHT NabopaTtopus,
KOHCYATaHTH), HA eBPONEiicKo (MHEro!) U CBETGBHO HUBO (Hanp.
George Brewer npu ne4deHUeTo Ha Aeeolika c Hesponord4Ha popma Ha
6-CT Ha YWACBH).

* [Mo-necHa KOMYHMKALIMA C 4yHAUTE EKCNepTU.

* BTOPO MHEHME - HAMa M3rpajieHa cUcTeMa Y Hac.

* ¥ HAC - nou pusnonordHa HyKAa Aa ce 0CNOPU MbPBOTO MHEHMe,
6e3 obchKAAHE U 63 NPO3PaUHOCT/ AOKa3aTENCTBA. «VIGATA NPaKTUKA
NOKA383, YE.....»

+ HaBcAKbAE UMA CAMONPOBLIFNACUAM C& EKCNEPTH, XOMEONaTH,
Llycnepoconeey «TepanesTu»...Monmu4e oT Pyce ¢ roHagHa
AUcreHezuA — «HAMa npoﬁnem» OT TIHHEKONOr TaMm — OTKa3Ba
nedeHue...

* HAma ACCTBAHCCT HA PE3YATATUTE HA APYrH LIEHTPOBE Y HAC —
3aAbAKUTENEH KPUTEPMIA 33 AGKa3BaHE Ha eKCNEePTHOCT — Hanp. AaHHKU
32 ny6. LUKk, 6poii oneprpann % ycno W np.

+  WHTenekTyanHa kpaxba
+  HeeTU4HoCT Npu NyBNWKYBaHe
Ha AaHHW 0T Ha-pasnuyHo
eCTecTBO
— Jlunca Ha cbriacue oT eTpaHa
Ha NauneHTa uunm ABamara
poauTenu
— MNyBnukysaHe Ha uyxa"
MaLj{eHT, WsMpaTeH 3a BTopo
MHeHUe
— HeTouHocTi B npegcragAHeTo
— Jlunca Ha Monsu sa NaLyeHTa
— PasouapoBaHue y no-
MMajuTe Konern

S

\X .(\;‘i

3a cbXKaneHue, Nopasau orpaHUYeHUTe HIY PECYPCU He BUHArK
ycnasame Aa noAroTBUM Ciydan Taka, de A3 moske aa 6bae
nyBAMKYBaH B MEHAYHAPOAHO AOCTBMHO CUCaHUe.

* 3a cbwaneHue, HaLlKTe CMCAHUA He €a AOCTbITHW B HUKAKbB
BMA 33 LUMPOKa NyBAMKa.

* HaTuckbT Aa ce nyBAKKYBA MMEHHO B TaKIMBA (HEAOCTBNHM)
CMUCAHUA, 33 ChKANEHUE NPOAbANKABRA

* fluncaTa Ha HaTUCK Aa ce Ny6AnKyBa, 3a ChiKaneHne, Bce olle
e Hanuue y Hac (“Publish, or vanish!)
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14. Bpb2KK K CHTPYAHWHECTBO C NALMEHTCKK OPraHK3aLMK

Snpaseii!
LLje T pe3Kaxa 3a MHOXEGTES HIR AeGULIT Ha
XUNODAIAPHA X0 PN OHM. Mo 3 C1 MUCIMLL, Y8 ToBa &
CnOKHO, Ho He Ce MpimTecHsgali! LLie T kaxa kakao
03HaYaER TR, 3ALLIO CF CMYMEA U KAk & MeKYEa.

Ho Hali-+a1pea Aa MorogopHN 3a TRO6TO TAN.

HauqanHu KoHTakTH IPWSO
{nbpensa PWS nauKeHT 8
Adpuka; 6eznnatHa gUardosa za
Bbarapuera).

Mpesos Ha pasACHUTENHU
MaTepuanu 3a PWS,

15. Mepku 3a noao6paABaHe Ka4eCTBOTO HA

TaBAHUTE KW

yenyru U ocobeHo 2a HamanAsaHe BPEMETO 3a OKOH4aTeNHA AUarHoza

BpemeTo 3a nocrasaHe/eepudrLIMPaHe HA AUArHO3aTa MHOFC BapWpa B
OTAEeNHUTE CAyHau U B OTAENHUTE CTPAHK.
NPHMEP — AHren; Anrcua. B AHrana — muH. 30-90 aHK A0 cbobluasaHe Ha Ar

MoSuKBT & SARH NHOMO BaeH OpraH & TEoeTo TATD. Tolt ¢  MMo-Ba:KHO — NP AMMUTMPAHK PECYPCH AA Ce PELLIABAT NPHOPHTETHO CAyYauTe.
&, WedLT" 1t KOMAH12A TROSTO TANO KOTA 8 PaCTe, KOTa
13 e 1 kora na cnu. Toli NpagY ToRa, KATO MPOUSEENLA
W VSTPALYR KM PaSTHCHITS O Fralk CreLtarHin
BeljecTea. TeIn BOLUECTRA C& HAPUYAT KOPMOHI

YWUT: , U
np. AKTMBHO Ny6AKUKYBaHe Ha
www.vapeshg.org.

- I'Iup,nunnnrﬂaxme Cb3aBaHETO

16. ENeKTPOHHO 3ApaeeonassaHe (CUCTEMM 3a CbBMECTHO pasraexaHe Ha
CAY4aK, EKCNEPTHU CHCTEMM 3 TENe-EKCNEPTH3a, CNOAENEHO XPaHUAMLLLE HA

Ha AcOL|MaL|MATa Ha NaLMeHTUTe cny4au)
c OH.
* PaboTWm ¢ opraHW3aLuWTe Ha * BCe N0-BaXeH B MEMAYHAPOAEH acneKT KpUTEPUN.
nauuenTITe c * SWEET Project; DPV (F'epmaHcKo-aecTpuiicka 6a3a AaHHU — BaKHa 32 pe-
XUNONUTYWTAPK3BM,

MYKOBHCLMAD3A, M AD Knack puLMpaHe, Hanp.); DSD Europe (EuroDSDB); ESPE e-learning portal
* Y Hac— peanHo cNy{Beallo ce Ha HKBO MK cbTpyAHKLM (facebook,
0oGY4MTENHN caliToBE, MaTePHaNK Ha NALIMEHTCKU OPraHU3aLkK, U Ap.), Ho He

CTPYKTYpUpaHO

OLugHKa Ha NpeaNoHeHUTe KpUTepun CamooueHKa No NPeaNoHEHUTE KPUTEPUH

FHAUUMOCT Ha KPUTEPUA ~ MoKpuaaHe Ha KpUTEpUA
Kputepuii 3a obozHaveHue [P Bamen Nowenarenen Kputepuii 3a 06o3HaueHue (b0, vacTMHO, He nowpVBa)
o samen
Chapasane M NPUABPMKAHE Kb A0GPW NPAKTURK + Ch3AaBaHE M NPUALPHEHE KM Q0GP NPAKTHKK 4
BLIMOHKHOCTH 32 NPMEM HA NAUNEHTH o BbamoHHOCTY 33 NPMEN HA NALMERTH N
YNpann eHMe W KOHTPOA Ha KaYeeT boTo < ¥NpaBARHUE U KOHTPOR H3 KIYECTAOTO +-
TIpVAaraHe Ha NOKAIATEAM 33 KAYECTBO W OLEHKE + MpHnaraHe Ha NOKa2aTenN 33 KA4ECTBO N OLEHK -
HMBO Ha BKCNEPTHU MOIHAHMA U DANT +f HMBO Ha EKCNEPTHM NOAHEHMA M OANT +
MPUHOC Kb aKTYaAHHT & HayuHH HatheA aHMA + MPUHOC KB AKTYAIHUTE HayUHW MILI BREAHUA o
CubMpaHe Ha AaHHA 32 HAYYHM M 3ADABHM Leau + CuBMpaHe Ha AaHHU 33 HAYUHU M 3APABHM Liean o
YUACTUE B KIMHMUHM NPOYYBAHNA + Y4aCTME B8 KIMHMYHM NpoYY BaHAA 4
W3n0A3BaHe Ha MYATUAMCLUMANAMHADEH NOAXOR o HanonssaHe Ha My TMAMCUMNAMHADEH NOAXOA +He
HENPEKLEHATOLT Ha FPMKMTE NPE3 BLIPACTORUTE NEPHGAM 4 T Ha FPMAWTE Npe3 Bib: nepuogu +-
HeNpeKLCHATOCT Ha FPMACUTE NPE3 BTANUTE Ha 3a6onABAHETD A HENPEKBCHATOLT Ha FPMATE NPe3 eTaNWTE Ha 3a60AA BAHETO +-
HatoueaHe Ha NALMEHTH B PAMKKTE Ha CTpaHaTa MEC N Hatoupane Ha NaLuMenTH B pankvTe Ha cTpakaTa M EC  {rot)
CLTPYAHMYECTBO C APYFM EKENEPTHH LiEHTPOBE + CHTPYAHMMBCTEO C ADYIY BKENEPTHY LieHT poBe o
BpBIKM W CHTPYAHVMECTAD € NALMEHTCKM 0PraknaaLmm + BphakM M CLTRYAHMHECTBO ¢ NALMEHTERH GRraHN3aLK E
MoAoGpABaHE KAYELTBOTO Ha MERULMHCKUTE Yoy + n Ka4eCTBoTo Ha yeayrn +
E o ENEKTPOHHO 34paBeonassaHe -

O6obwenne

* Nopu 1 6e3 pecypc — BL3MOXKHO NPUMNoKeEHWe W cera.

* MHoro BaxeH KpUTepHUW — KaHOUWAATCTBaHe 3a cTaTyT U .
oleHKka chnef onpedeneH Nepuog, oT BpeMe (Hanp. 3 nnm
5 rod.) cbc 3anasBaHe Ha cTaTyT, yBellM4eHUe Ha pecypc
UNU OTHEMaHe Ha CTaTYT — HEeLo KaTo akpeanTalus.

¢« YcTaHoBABaHe Ha MeXaHW3bM 3a NpefocTaBAHe Ha
CTaTYT Ha ekcrnepTeH LeHTLpP Mo pedku Gonectn —
crnopef NpeAnoxeHUTe KpUTepuu. HanndHo .
MexayHapoAHo cepTudUUMpaHe UK oleHKa B AadeHa
o6nacT, Ho Hah-BaXXHO — FOPHUAT KPUTEPUN —
nepvoguyeH o4uT Ha AerdHocTTa. MoanomaraHe Ha
HaLMOHarNHO U TpaHCHaUWMOHaNHo KoonepupaHe.

* YcTaHoBsIBaHe Ha MeXxaHW3bM 3a KOHTPOS U oLeHKa Ha
AeWHOCTTa Ha eKCMNepTHUTE LeHTpoBe Mo peaku 6onecTtu
Ha 6asaTa Ha NpeAloKeHUTe KpUTepUn.

"At every patient | used to think how | would tackle
the same issue in my set up and it was heartening to
realise that so much more could be done despite the
limited resources.”

“Mpy BCeKW NauueHT ce onMTBax aa MMCNA Kak 6ux
pazpelwna ceWMA Npobnem B MosTa coBCcTBeHa
cpena 1 6ele oT4yanBallo pa pasbepa, Ye olwe
TONKOBa MHOIO Hella Morar ga ce HanpassaT
BLMpeKku orpaHAveHUTe MaTepuarnHu
BB3MOXHOCTW.”

Food for thought

* HeobxoanMoOCT OT e31KOBa NOAMOTOBKa — CbBPEMeHHaTa
MeAuUMHa He NoHaca “npesexgalyyn” nugepu.

* “Hne cMme mpefu BCUMKO ..... (MpenojaBarteny, nekapmw v
AP.), @ He Hay4Hn paboTHMLM”.

* “Mnagu y4eHn” — pasnvka B cxXBalaHnaTa HW ¢ Lienus
ocTaHan cBAT.

* ALMVHUCTPaTUBHWTE CTPYKTYPU — CbEKYMHOCT OT
eAHOMVLLITEHULIM 11 MPOPECHOHANMCTI CBC CTPEMEX 33
BBp30 yTEBPNKAABAHE, @ HE OMPECUBHI MPEXM.

Bnazodaps!
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

EKcnepTHU UeHTpoOBe

3a peaku 6onectu 8 bvarapua —

Kputepuun 3a obo3HauaBsaHe

Dou. Mapua Cnacosa

KpaTko npeAcTaBAHe Ha neKTopa

e [loueHT no negmatpma —mapt 2011,

¢ CneumanHoCTM:  negmatpus U
KAMHWYHA XEMATOA0TUA M OHKONOTHA

DETCKa

¢ MNpodecroHanHa Kapvepa B obnactTa Ha
AeTcKaTa OHKoxemaTonorna — ot 1992r.

¢ [IMcepTauMoHeH Tpya Bbpxy debpuana
HeyTPOMeHUA MpW Aella CbC 3/0KaYeCTBEHU
3ab0A9BaHMA, NPOBEXAALLIM KOHBEHUMOHANHA
XvmuoTepanms

ONKUT W eKcnepTHOCT B o6nacTTa Ha peaKH 6onectu

o OHKOXemaToNorMYHK 3ab0ABaHUA B AeTCKaTa Bb3pacT:
— Mo3BuHM TYMOpHK;
— KocThu Tymopw: OcTeccaprkom, Caprom Ha KOMHT;
— JleBKeMUK;
= XWCTHMOLMTaPHK CUHAPOMM;
— [MbPBHMYHA MMYHHN JedULUTH;
— BpoAeHU Koarynonariu.
* YyacTue B Hay4HO-U3cAeAOBATENCKHM U KAMHWUYHNK ,D,EﬁHOCTM
33 peapu bosectn:
— PaboTHa rpyna 3a M4 kbm bAKK,
— Euro-Histio-Net {¢vHaHcupan ot EC B pamkure Ha lporpamarta 3a

obujecTaeHo 3apase) — http://eurohistio.net

— MRC-CNOHCOpUpaH MEXAYHApoAeH NefWaTpHUeH  OHKOAOTMYEH
npoekT: PICNICC {Predicting Infectious Complications in Neutropenic
Children and young adults with Cancer) — bit. ly/PICNICC

KomeHTap no kputepumnte 3a 0603HauaBaHe

Ha eKcnepTHU LEHTpOoBe 3a peakun 6onecty,
npeanoxeHn ot KomnteTa Ha eKcnepTUTe NO peaKH
6onectn Kbm Esponeiickata komuena (EUCERD)

1. CROCcOBHOCT 3a Cb3AABaHE U NPUABPHAHE KbM A06PW NPAKTUKK 32
AMArHOCTHKA U NeveHne

*  YCHELPIIEHCTBAHE HA KonabopauusTa ¢ pedepeHTHM AabopaTopuu 3a
AMArHOCTMKA, NOBEYETO PUHAHCOBM PECYPCH BAOKEHH 33 fleUeHue,

+ Honabopauus Meway nartoaHaTomMu Ha MY-MaosAus W AKH-BWeHa &
0613CTTa Ha XKUCTHOLMTAPHUTE CHHAPOMM M 3M10KaUECTBEHN 3360AABaHHA

2. CHbOTBETCTBALUM BBIMOMKHOCTH 33 NPUEM HA NALIMEHTH ¢ PeaKK BonecTH U
OKa3BaHe Ha eKCNepTHa NOMOLL,

* HeoTnomHa HeoOXOAMMOCT OT Cb3daBaHe Ha (OPManHW  CTPYKTYPM,
WMHAHCOBO, NPOCTPAHCTBEHO W WATHO oBe3nedeHue Ha AefHOCTTa.
* O6cnyBaHe Ha nauueHTUTe ¢ XemoduAMA B CTaLMOHAp C OHKOAOTMYHO
Bonnu neua???
— PernameHT 3a Cb3AaBaHe Ha KOMNABKCHM LIeHTPOBE ¢ 24-43C0Ba BEIMOXKHOCT 32
HOMYHUHKALNA? P2
— CneundniHo obydeHre M KOMNETEHTHOCTH Ha NePCoHana.

3. YnpasneHWe Ha Ka4eCcTBOTO CbIAACHO HALMOHAAHK W eBponeﬁcxu
pasnope,qﬁu, Y4acTue BbB BLTPELUHW W BbHLUHM CXEMM 3a KOHTPOA Ha
Ka4ecTeoeTo

- C'I:I.I.LE!CTB\IB&TJ HO He Ca HaCo4YeHWM KbmM EeKCNepTHUTE LUEeHTpOoBe, KaTto
cneurdrIHa CTPYKTYPa ¢ HEOBXCAMMOCT OT OTAEAHN METOAWUUHM YRA3aHUA.

+ M3n0A3BaT Ce  MENAYHAPOAHO YTEBPAEHW TEPaneBTHYHM NPOTOKOAM;
BBHIIEH KOHTPON HAa MMYHOGEHOTUNHATA AMArHOCTMKA M NpocAeadBaHe Ha
MHHAMANHA pe3nayanta 6onect npu Of.

4. Cnoco6GHoCT 3a NpMNaraHe Ha NOKa3aTeNK 3a KAYecTBO Ha FPUKKUTE M OLiEHKa
Ha AeliHOCTUTE (BKAKOUUTENHO Ha TCKaTa yAOBNETBOPEHOCT)

* QUEHKATa Ha AeHHOCTUTE CNEABA A3 C@ M3BBPLWBA OT HE3ABMCHMM EKCNEpTH
¢ ONUT B cblWara o6nacT. He c¢e Npoydsa CMCTEMHO MaLMeHTCKaTa
YAOBMETBOPEHOCT MM €& NPOYYBA [ABHO B HETaTUBEH ACMEKT — Hanom ...

¢ OUEHKA HA CheuMdHUHU NOKazaTenn — 6e3peunanBHa MpewuBAemMocT,
YeCTOoTa Ha TOKCHYHKU NPOABK, Ap.

5. BUCOKO HWBO Ha EKCNEpPTHU NO3HAHKA U ONMT (roAULLIEH 06EM LIMTUPAHKUA K
EKCNepPTHH ¢ 6poii pey HU ny6. LMK, FPaHTOBE,
AKAACMUHHW ANBHKHOCTU W HAYHHU THTAM)

* bazuceH KpUTe pui,

* [lpUBAMYEHETO HA LEeHTbPA KbM NOCOUEHUTE MEXAYHAPOAHN NPOEKTH @ Bb3
OCHOBA Ha Hay4HUTE NYGAWKALMK 1 pa3paboTKM 33 Hay4Ha cTeneH. 8
MEMAYHAPOAHU UMTHPaHMA 2a 2012r,

[+

. MPUHOC KbM aKTyaNnHKTe Hay4uHK W3CNeABaHUA

NoweNaTeneH KpUTEpUit CNea U3rpaskAaHe Ha PEaaHo GYHKLMOHKpaLLa
CTPYKTYPa W Cb3AaBaHe HA Bb3MOMHOCT 3@ TPAHCAILMOHHM U3CAEABAHNSA.

B cTpykTypata ce paspaboTsaT 2 HayuHK Tpy,Aa 33 HayuHa M oBpasoBsaTenHa
cTeneH «AoKTop».

7. CnocoBHOCT 2a yHacTHe B chBUpaHe Ha AaHHK 33 LieNKTe Ha KAMHWHHW
u o6y TO e

+ BasuceH KpUTEPWI 33 HENPEeKLCHATO MPOCAEeAnBaHe Ha ePEeKTUBHOCTTA W
KAYECTBOTO HA AEMHOCTTA Ha eKCEPTHWA LUEHTBP. Kpalha Len — cbafasaHe
H3 PETUCTPHM 33 ENMAEMHUCACTHYHA M KMHWYHWA MPOYYBAHKA, HALMOHAAHK 1
BK/IOUBAHE B MEXKAYHAPOAHK.

+ ONWT ¢ MewAYHapoAeH Mpocnedasally perucTbp 3a TpomGacTenua Ha
TAGHUMAEH M HALMOHANHK PETUCTPH 3a XeMOdHAMA W Tanacemus. Npeacromn
Cb3AaBaHe Ha HauMoHaneHn pervcrbp 33 O, Paspabotenn ca 3
ANCEPTALUMOHHW TPYAA € NPOCNEKTHEHO KONEKLMOHUPAHE HA AZHHUTE.

8. CnocoBHOCT 3a y4acTHe B KAMHWHHU NPOyYBaHUA

¢ JocToBEpeH METOA 33 OTIOBOP Ha cnelMbMIEH M3CSACBATEACKH BbIPOC,
AOMBAHUTEAEH pecype 33 NOANOMAraHe HA CKBNOCTPYBALD NeYeHHe.

¢ HeoBXxoQWMOCT OT AOMBAHMTEAGH MEPCOHAA, KOMMNETEHTHOCTH, Bpeme,
060pyABaHe, NomelLeHKa, Ap.
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TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

9. M3non3BaHE HA MYATUAUCLIMAAWHAPEH NOAXOA, HACOYEH KbM
MeAWLIMHCKUTE, NapaMmeanLIMHCKU, NCUXONOrMHecku U CoLlManHUu I'IDTPEGHDCTM

* HeaoCcTaTk4eH aKUEHT BLPXY MN3aPaMeaHUMHCKWTE, NCHXONOTMYHU W
COLMAAHU NPOBAEMU HA NALMEHTUTE.
— PeumBypcupaHe Ha MbTHU PasHOCKM;

* HepoctaTb4HO pasBuT KOOPAWHWUpPaH MeONLMHCKK
MYATUOMCLMANIMHAPEH EKUM — ChbBMECTHU ANCKYCUK 1 pelleHna
+ [lpu pelwasare Ha opTONeANdEH NPoOBAEM NALMEHT € XeModUAUs MBTYBa 40

Codnd, KbAETO € Janey OT CBOA XemMaTonor ...
10. OpraHK3aLua Ha CbTPYAHWUHECTEA C LIeN rapaHTUPaHe HENPeKBCHATOCT Ha

rPUHKTE Npes nepuoauTe Ha AETCTBO, OHOLUWECTBOTO K 3pANa Bb3pacT

* Crbuwecraysal
* Crea HaBbplwBaHe Ha 18-rogMiHa BL3PAcT MNJUMEHTMTE € BPOAEHW
KOATyNOMaTUM M XeMOAUTMMHM aHeMWW ce MOoemaT OT LEHTbP Kbm
Kannukata no Xemaronormﬂ, NPOCTPAHCTBEHO H OpPraHU3auMoHHO
NPUHIANENEIL, KbM CBILATA YHMBEPCUTETCKA CTPYKTYPa NMPW HenmpeKbeHaTa
KoNabopaLmMa MeXAY NeKaPCKUTE eKUMN.
< HeBb3MOKHOCT 33 NPOGHUAAKTUKA NpH Xemoduaua cnea 18-rogviuHa
Bb3pacT.

11. OpraHW3aLMA Ha CbTPYAHHHECTBA € LIEA FApaHTUpaHe HeNPEKbCHATOCT Ha
FPUAKKTE NPE3 BCUYKUTE €Tank Ha sabonsAsaHeTo

* Chuwectsysal
* [pobnem ocTasa:
— CbIpyAHnuecTBoTo ¢ ONA  (HepoBpa wHbopmupaHocT wn ofiyueHne 3a
NoANOMaraHe Ha JomaliHOTO M OCHLLECTBABAHE Ha aMBYNATOPHOTO AeveHne);

— OpraHn3auuaTa Ha NanvaTMBHMTE TPUXM MPW J@UE W CTPYKTYpWTe 33
NoeMaHeTo U,

12, MoAXOAALM MEPKM 33 HACOHBAHE HA NALMEHTH B PAMKMTE HA CTPaHaTa K EC

+ HeoBxoAMmMO € BKIOUBAHE B MENAYHAPOAHW Mpekn oT pedepeHTHN

LEHTPOBE 33 CNELMANHUIUPAHH TP,

* HEeAOCTaTBYHO pPazpaboTeH NapamMEeaMUMHCKW {COLManeH) acnekt —
OPraHU3aUmMa Ha TPAHCNOPT, BKA. 33 MHBANWAN A0 CHOTBETHUA LEHTLP;
AOCTaBAHe Ha MeAMKamMeHTa A0 JOoMa Ha NauMeHTa; XoTend 3a
poavTeam, ap.

+ Ypesz PoHg 2a NedeHHe Ha AeLa B YyHEUHA, JMPEKTUBA 33 TPAHCTPaHHUHO
34paBHO oBCAYsKBaHe

13. Bpb3KU W CBTPYAHUMECTBO € APYIU eKCNEPTHU LIEHTPOBE Ha HaLlMOHAAHO,
eBPONEeiCKO U MENAYHAPOAHO HUBO

+ Ba3svceH KpUTEpUd — MAAKo NAUMEHTH, HEOBXOAWMOCT OT 0BMAHA Ha
3HAHKMA W OMMT, BRAIOYBAHE B MEMAYHAPOAHU PerMcTpu {NpeanocTaska 3a
BHMNIOUBAHE HA MALUMEHTUTE B KAMHWYHW NPOYYBAHWA W NPeaocTasaHe Ha
CbBPEMEHHO NedeHue)

*  Y4acTve B MIHTEPHALUMOHANEH PEruCThp 33 TpomBacTe WA Ha TAGHLMaH.

14, Bpb3KK M CETPYAHKHMECTEO € NALMEHTCKH OPraHK3aLKK

» (bBMECTHa pazpaboTKa Ha MHPOPMALMOHHW MATEPHAAN U CANT, JUCKYCHM
M cpewn => noAobpABaHE HA HOMYHWKALMATA, aHTaMMpaHocTTa W
KOMMA3MAHCA HA NALMEHTA KbM Te PaNeBTUHHHTE pellennd.

+ [lobpa KonabopauMa ¢ bbarapcka  AcouMauua o Xemoduaus,
OpraHusalLmaTa Ha Tanacemuuure s bearapus

15. MepKu 3a NoA06pABaHE KalecTEOTO Ha NPeACCTaBAHUTE MEAMLIMHCKU
ycayru u 0coBeHo 2a HamansgaHe BpemMeTO 3a CKOH4aTeNHA AUarHosa

* HepOCTaTLYHO Pa3BKTM:
= MopoBpasaHe Ha AUArHOCTUMHATA HacoueHoCT Ha O A;
-n Ha KAPTa ¢ ekcnep W HAuUH 32 HacouBaHe;
- " Ha 6

* B noeeueTo CAYMaM NauMeHTsT nonaga B YHWBEPCUTETCKATA KAWHWKA
C.I'I\/“IHVIHO no NOBOA €AWH OT CHMNTOMWTE CH M CycnekumaTa 3a Pb BL3HUKBa

B NPUEMALLOTO 33BeAEHUE.
16. EneKTpoHHO 2AapaBecnazBaHe (CHCTEMM 33 ChBMECTHO pasraexAaHe Ha

CAY4aH, EKCNEPTHU CHCTEMM 3a TENE-EKNEPTH2A, CNOAENEHC XPAHKAKLIE HA
cayqau)

+ [eicTBaly, MHCTPYMEHTAPMYM 33 YCLEBPLWIEHCTBAHE HA  MEOWLMHCKHTE
NO3HAHKA, CNECTABAL, YCHAWA W BpeME.

+ Ha TO3M eTan ce NpoBewAa CnopaguuHo NoA dOPMaTa HA EASKTPOHHM
KOHCYATAUKWW C UEHTPOBE OCHOBHO B ABCTpI/IH " repMaHVIH no MHALUMATHUBA K
UPEe3 IMMHU KOHTAKTH Ha IEKAPCKMA €K

CamooueHKa no NPpEAN0HEHUTE KPUTEPHUU

Ou,eHKa Ha npeanoHeHnTe KpuTepmn
nOKEMBaHE Ha KpuTepua
T
3HAUMMOCT Ha KpUTERHA {MbAHO, YACTHMHD, He NOKpHBa)
Kputepuii 3a 06o3sHa4eHUe Warmgnren- | Bamen Nomenarenen CbapasaHe M NPUALPHGEHE Kbm A0GPM NPaKTMKKM HACTUUHO
4o aamen =
3@ NPUEM Ha NaLMeHTH YacTUYHO
C dBIHE W N| ILpHaHE KbM A 06PN NPaKTUKK X
e il AT P VNpaBARHME W KOHTPOA HA KAYECTBOTO YacTMuHO
BLIMOMHOCTM 33 NPUEM HA NALMENTH X
MpuAarane Ha NOKAIATEAM 33 KAYECTBO M DLIEHKA YACTUUHO
YNpasneHue U KOHTPOA HA KAUECTBOTOD X
H
TIpMnaraHe Ha NOKAIATEAMN 32 KAUBLTBO W OLEHKA X V100 Hl BIENERTHA NOSHANMA W OAMT bAHo
o Ha ECREPTHI NO3HaMA M W X TIPMHOE KM AKTYRN HUTE HAYHHW U3CARABHUA YAETUUHO
TIPMHOC Kbt BKTYAAHWTE HAYYHU M3ILTEABIHUA X CHEMPAHE Ha AIHAN 32 HAYHU U 3APABHM Yeau HaCTUUHO
CHLEUPAHE HA AIHHM 33 HAYUHU M 34PABHU Lk X YECTUE 8 KAMHMIHM NPOYBAHUA bAHO
¥yaCTHE 8 KAMHUUHU NPOYYBAHHA x M3IN0AIBAHE HA MYATHANCLUNA UHAPEH NGAXOA YACTUYHO
W3non3sake Ha mynTMAMCUMNAMHAPEH NOAXOA X HENpeKLCHATOCT Ha FPUMATE NpE3 BL3PaCTORMTE NEPUOAN MbAHO
HenpeKTsCHaTacT Ha rPUAUTE NPE3 BE3pacTosuTe NepuoaM X HENpeKBCHATOCT Ha FPMMNTE Npe3 ETaNMTe Ha 3aGoaABaHeTo HACTUMHD
X
HenpeKLEHET 0T Ha FPHIMTE NPes eTanuTe Ha sabonapaHeTo HacoupaHe Ha NALMEHTH B PaMKWTE Ha CTPaHaTa W EC WACTUMHO
HarodsaHe Ha NALAEHTI B pamKkuTe Ha cTpanaTa v EC X
CHTPYAHIIECTEO € APYM BKCNEPTHM LEHTPOBE YAETUUHO
CHIPYAHUUECTBO C ADYTU EKCNENTHM LiEHTPOBE X
BPb3KM U CHTPYAHUUECTBO € NALMEHTCKM OPFaHMIALUM YacTMUHO
BPBIKU M CHTPYAHVMECTED € NALMEHTCKM OPraHU3ALAN X
MoA0BPABEHE KAMECTBOTO HA MEAMLMHCKUTE Yeayri MACTUMHO
Ha yeaym X
E X EAeKTPOHHO 3apapeonassaHe He NoKpWBa
O6o6wenne 0606WeHne

* M3bBpoenuTe Kputepuu ca 6azucHU, NPUOKUMU U MoraT aa
6baar npenopbyaHW 3a BCAKA Aobpe oOpraHMavpaHa W
OCBLUECTBABAHA MEAMUUHCKA AelHOCT:

— Mpu wMarpageHa aAeKsaTHa CTPYKTYPa, MNPUHUMINHO OTAeAHa oT
CTAaUMOHAPHUTE 33 AKTUBHO NeYeHHe

- B NPOCTPAHCTBEHA W ¢HKLI,VIOH6}'IH6 6ansocT A0 YHUBEPCTUTETCKUTE
3BeHa

¢ MpeanoxeHua 3a ApPYrM KpuTepuu 3a oBozHauasaHe Ha
eKCNepTHU LiEHTPOBE MO peakn GonecT B Bbarapma — He,
KOHKpeTU3MpaHe 1 AeTakAkanMpaHe Ha obwonpureture.

* YCTaHOBABaHE HA MEXaHW3Ibm 3a npeaoCcTaBAHe Ha CTaTyT Ha
eKcnepTeH LeHTbp NO PpeEAKHU bonectu:
— Mpenopbka oT cboTseTHOTO HayuHo ApywecTso/paboTHa rpyna 3a
3afonasaHero/Tpyna 3abonABaHWA C NpeanoXeHWe 3a cneuuduiHa
CTPYKTYPa W CNELManucTy, OTroBapallM Ha Npoduna Ha 6oaecTTa.

- HeOﬁXO,EU/INIOCT or MSpa6OTBaHE Ha oTAeneH 3dKOHOB PEernameHT 3a
Cb34aBaHe, WATHO oBe3neyasate U 0BeMm Ha M3BLPLIBAHK AeHHOCTH
Ha EHCNEPTHHTE LEHTPOBE KbM YHNBE PCUTETCKHTE BOMHULN.

* YcTaHOBABaHE Ha MexaHW3abm 3a KOHTPOA W OLEHKa Ha
AEﬁHOCWa Ha eKCnepTHUTE LEeHTPOBE NO peaKkn bosiectu Ha
6azarta Ha ApeanoKeHUTE KPUTEPKMIA:

— Cb0BpazeHa ¢ KPUTEPHNUTE CUCTEMA HA AKPEAWTALMOHEH KOHTPOST;
— BrAOYBAHE B €BPONEHCKH CUCTEMM HA BBHLWEH KOHTPOA

-49 -
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EKCcnepTHU UeHTpoBe

3a peaKku 6onectu B bbarapua -

Kputepuu 3a obo3HauaBsaHe

A-p PapoctuHa CumeoHoBa

OnKT M ekcnepTHOCT B o6AacTTa Ha peaku 6onectn

* OT 6 rog,. uaydagam ocobeHOCTUTE Ha Pa3TMUYHK Peakn
CbCTOAHMWA U HAMaM NpeanoYMTaHa rpyna, Ho onpeaeneHo
MUMam NnoseYe oMnuT ¢ HAKoAKe 2abonnsanua- Gonect Ha
YuncbH, Mowe, apTporpunosa, mykoBucUKMAC3a, CIMHAAHA
mycynHa atpodua, ocTeoreHeanc umnepderTa,
axoHaponnazua, xemoduaua, cnuna 6uduaa, 1ACMC,
cpeaM3aeMHOMOpPCKa Tpecka, 6nedapocnazbm U HaceacTBEH
aHrMoeaem.

* YyacTBaAM CMe B HAaY4HO-U3CNEA0BATENCKN W KAMHUYHK
AeMHOCTIA 33 peaKu BonecTu — HAKO/IKO NPOEKTA 2ae€8HC €
EBANOH, Genzyme u ap.

KpaTKo npeacTaeaHe Ha nektopa

Or 2009ror. cbm ynpasuten Ha ML Papeuc”, KoliTo e npoekT
Ha BAMOH u bewwe cbaganeH ¢ Len Aa OTFOBOPU Ha
3aNUTBAHUA HA NaLUMEHTU U TEXHUTE CcemelcTBa U
HapacHanaTa Hyaa oT cneuranuaupaH
MYJTUAMCLANAMHAPEH NOAX0A KbM pearuTe 2a6oNABaHUA

MbpBaTa MK cpella ¢ pearuTte 2abonasanus - 2006 roa, korato
6aX NOKaHEeHa 233 KOHCY/ITaHT no $unamnKaiHa u
pexabuNUTaLMOHHE MeAMLMHA KbM WHGOPMALMOHHKA
LLeHTbp

HayuHuTe MKW WHTEpeCH ca HAacCoYeHU KbM pexabuanTaumnaTa Ha
XopaTa ¢ peaKr 2a5012BaHUA, yYaCTUe B KAUHUYHU U
eniuaeMUOIOTMYHU NPOYYBaHKUA 1 0ByyeHue Ha cemelcTRaTa
Ha BosHKWTe 38 NonaraHe Ha KaYeCTBEHW 34PaBHH TPUKK B
aoma

KomeHTap no Kputepuute 3a o603HavaBaHe

Ha eKCcNepTHU LeHTpoBe 33 peaKu Bonecty,
npeanokeHn ot KomuTteTta Ha eKcnepTuTe No peakn
6onectn Kbm Esponeiickata Komucua (EUCERD)

1. CROcoBHOCT 3a Ch3AABAHE W NPUABPHKAHE KbM A06GPU NPAKTHKK 33
AWArHOCTHKA W NedeHune

+ TlocTapaxime ce ¢ MOA eKMN Ja paspaboTim pexabnn MTaUMOHHKM NPOTOKOAN Ha
3a60NABAHNATE NPEMUHEAM NPES LEEHTBPA, KOUTO A3 Ca CboBpaseHi ¢
@BPONEACKITE aNTOPUTMN 38 NEHEHME W JNArHOCTHKA.

+  TaxHaTa Uen e A3 ce yegHaKsM NoaX0oaa KM A3AEHO CTPaAaHWe 1 A3 ce
npocieAABa Mo NECHO eGEKTa OT NPEBefeHMUTE JOCera MeponpUaATUA. OKasa ce, ye
TOB& & NONE3EH HAYMH A3 C& CIOARN W NHBOPMALNA C NNMHUTE NeKaPY 1
CMELAANNCATAE, KOWUTO CABAAT NALMEHTA, KAKTO N A3 C& HAUEPTAAT HACOKM Ha
nocneagallute geicTans.

2, CBOTBETCTBALUM BB3MOKHOCTH 33 NPUEM HA NALIMEHTH C PeakK BoNecTH W
OKa3seaHe Ha EKCNEPTHA NOMOLL,

* EL| TpnBa Aa e pa3nooseH TEpUPOUanHO Ha AOCTBITHO M YA06HO 33
NaLMEHTUTE MACTO, 43 MM3 TPAHCNOPTHH BPB3KM M Bb3MOMKHOCT 33
HacTaHABaHe 33 HAKOAKO JHN.

* B TO3M CMWACBA HAWKAT ML, & pa3noaokH B LLeHTbpa Ha loyKHa Bbarapus u e
CYA06€eH TPAHCMOPT, @ KOMITAEKCHT Ha 3PUTE/THO 3aTPYAHEHUTE NULa,
KbAETO Ce HamMpa Npeanara esTMHa Nernosa 6a3a B XKOTE/CKM YCNOBMA.

5. BUCOKO HUBO Ha EKCNEPTHK NO3HAHUA W ONKT {rouLLeH o6em LMTUPaHUA U
EKCNEPTHM wa, Gpoid pewy HU Ny6nKKaLuK, rpaHToBE,
aKaAEMUYHN ATbHOCTH U Hay4HW TUTAIK)

NpeANGHKEHUAT KPHUTEPHH € BasKHa NPEANOCTABKA 33 HbP3 M KauecTseH
AWarHocTMyeH Nnpouec U NpasuaHO NposeaeHa TePanus, HO He e abcoMoTHO
334BMKUTEACH 33 OKA3BAHE HA 3AEKBATHA NOMOLL,

ERMMBT Ha ML, W MHPOPALMOHHNA CEBMECTHO C KOHCYTaHTHTE Kbt
LeHTbPa NPOYHBAT NOCNEAHHUTE HOBOCTU B 061ACTTa Ha PeAKUTe
3abonAsaHna u CBOEEBpeMeHO MM BKAKYBAT B M34dBaHMA efeKTpOHEeH
G10AETUH.

. MPUHOC KbM aKTYaNAHUTE Hay4YHKW U3cneaBaHka

o

Bceku yueH TpabBa Aa ce CTPEMU KbM HAMMUPAHE HA PeLIeHUs Ha
aKTYanHWTE NpoBAEMH, 3 EKUITBT OT CNELMAIUCTY B PasauiHK oBaacTu
NoANoMara Tesum peleHna Aa 6bAaT MaKCUMANHO BCEOBXBATHU.

ML, ce BRAIOYBA aKTUBHO BBE BCUYKM MHMUMATMBM Ha XOpaTa ¢ peaku
3abonasaHuA n PeAoBHO NOAKPENA HAYYHMTE M3CNeBaHHA B Ta3n obnacr-
HACKOPG PEANMU3MPAXME NPOEKT N0 OBYYEHHE Ha GOMHM 33 AOMAWHA
BEHO3HW TPAHCHY3MM, YHACTBAME B OBYUUTENHU CEMMHAPK M eKCEpTHH
cpewu.

7. CnocoBHoCT 2a yMacTWe & cbBUpaHe Ha laHHU 33 LIGMTE Ha KAWHWHHU
u3cneaBaHKuA M oblLecTBEHOTO 3apaseonazeaHe

+ [0 AeMCTBALLOTO 3aKOHOATEACTBO B BLArapUaA TOBA & BL3MONKHO KO
6LAeM PErMCTPUPAHU KATO AAMUHUCTPATOP HA AIMYHU AAHHW — €AMH ABALT
M A0CTa CAOKEH NPOLEC, KOATO 33 WACTHE YCNEWHO peanuaupaxme.

+  CLBMPAHETo Ha AaHHK Beve Belle 06CbACHO NPU Npe3eHTaluuTe 33
BOAEHWTE OT L@HTHPa perucTpmu

8. CNocobHOCT 3a yHacTHe B KNAMHWYHK NPOYHBAHWA

s BameH eNemeHT OT BbBEHAIHETO Ha BCAKO HOBO NEKAPCTEG CHPaK &
KAWHHMYHOTO NpOy4YBaHe Ha nevebHuns E¢EKT, 33 ChrkaneHue obave ce
M3MCKBAT NO-TONAM BPOH NALMEHTU M PETHUCTEP Ha GoAHMTE.

* ML MMa Bb3MOMKHOCT 33 YHaCTHe B TaKaBa AEMHOCT, HO 33 MOMEHTa
NPUOPUTET & MIMPAXKAIHETO HA PErUCTPM

Ha MYATHAKCLY apeH NoOAXOA, HAacOMeH Kb
I KM, MCMXOAOTMHYECKM W COLIMAaNHK noTpeGHoCTH

KKTE,

ToBa € KPUTEPUHA HACOMEH KbM TaKa HapeueHUs! XOAUCTUYEH NOAXOA, Kb
NaLMeHTa U HECBMHEHO € U3KAIOUMTE/IHO BaMEH 33 NOCTUIaHe Ha Hait-
A06pW pe3ynTaTi oT TepanuATa.

ML, pasnonara c kaapH, KOUTO GOPMUPAT MyITUAMCLMNAMHAPEH EKUN Ha
(YHKLOHANEH MPUHLMN- T.€. CIOPE/ HYKAATa Ha KOHKPETHOTO 3a601BaHe,
npeAnarame oCBEH TOB3 M HETPIAULMOHHU METOAM 33 IEYEHHE U
NCUKOAOTMYHA NoaKpena.

10. OpraHW3aLMA HA CbTPYAHKHUECTBA € LIEA FapaHTUPaHe HenpeKBCHATOCT Ha
rpUXKKTE Npes NepUCcAKWTE Ha AETCTEBO, HOHOLLECTBOTC U 3pANa Bb3pacT

s [poCAAABAHETO HA NALMEHTA B Pa3AMYHWTE eTanu Ha MBOTA M CTAAUM Ha
3a60/19BIHETO FaPAHTMPA BUCOKO KAYECTBO HA NOAATAHUTE MPUHM.

* ML, npeanara NnpocAeAABIHE HA AWNCNAHCE PEH MPUHLMN € Le OCHIYpABaHe
Ha HENPEKbCHATOCT HA MOHUTOPUHTA, KAKTO WM BOAEHE HA AOKYMEHTALMA B
PaMKNTE Ha peXaGMl’IMTaLIMOHeH MPOTOKOA, KOATO Aa NO3BOAM NPeueHKa Ha
NPOBEACHUTE MEPOMPUATHA W MOAYIEHHUTE PE3YATATH.
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11. OpraHK3aLMA Ha CbTPYAHKHYECTBA C L{eN rapaHTUPaHe HENPeRbCHATOCT Ha
FPUKKUTE NPE3 BEMUKUTE eTanu Ha 3abonasaHeTo

*  TACHaTa KOMYHWMKALMA € IMYHUA NIEKAP U CNELMASINCTHTE 33eTU B
TePNEBTUHHMA NpoLeC € HU3HEHO BaXKHA 33 NpacneaaBaHe Ha
3abonABaHeTo B PA3AUYHKTE MY eTanu.

o MyATHAMCLHNANHAPHUAT eknn Ha ML, ce cTapae 4a MHGopMYpa PEAOBHO
ANUHKTE NEKAPH M APYTUTE GHTAMKMPaHK ChC 3360AABAHETO CNEUMANUCTH 33
MOMEHTHOTO CHCTOAHKE HA BOAHUA U NPOBEAEHUTE MEPONPHATHA.

12. MeaxoAdAlLM MEPKH 22 HACOHBAHE HA NALMEHTH B PAMKKTE Ha cTpaHaTa u EC

+ Cb3AaBaHe Ha MPEXa OT eKCMEPTHU LEeHTPOoBE Ie Aafe BbIMONKHOCT MHOTO
no-6bp30 Aa ce AOCTHa A0 HEOBXOANMATa MHPOPMALLMA M NOAXOAA WUTe
TPWKM KAKTO 33 MALMEHTHUTE Y HAC TaKa W 3a Teau oT EC

* OpdaHeT N0AABPKAE PETMCTBP HA BCHYKM EKCIEPTHH LleHTpoBe B EBpona 1
HWe cme ce NOCTPanu Aa ce BKIGYMA, 33 Ad YAECHUM ABUMKEHMETO Ha
NalLUEHTUTE 337 TPAHMLA, HO BCE OLLYe CUHXPOHMMPAHETO Ha paboTaTa Ha
34paBeonazHUTE cucTemu B EBponelicknA Chio2 ce 0Ka3Ba MHOTO TPYAHA
337343 W Ce 4YaKa MHOTO JbATO 33 JOCTHN AW Ce OKa3Ba HEBb3MOKHO
nopagM GUHAHCOBH MPUYMHM.

13. Bpb3KW U CTPYAHUHMECTBO € APYIW EKCREPTHN LIEHTPOBE Ha HALIMOHAAHO,
eBPONEHCKO U MEKAYHAPOAHO HUEBE

+ Cb3A3BAHETO W NOAABLPHAHETO HA TACHW BPbL3KM C APYTH @KCNEPTHU
LEHTPOBE @ HU3HIHO BAKHO 33 YCMEXa HA AMarHOCTURO-TEePanesTUIHHA
npouec

*  NHPOPMALMOHHUAT LEHTBP KATO HACT OT CTPYKTYPATa HA EKCNEPTHHA
LEHTBP C& 3aHUMABA YCHEHO C TOBA M MOMHE A3 Ce NOXBANN ¢ A06pH
KOHT3KTH B MEAYHAPOAEH NAaH.

14. BpB3KU U CLTPYAHKUECTBO C NALMEHTCKU OPraHK3aLuu

*  YENexbT Ha eAHa MMCHA- A2 A3AEM NO- AOBBP HKMBOT HA BOAHUTE U TeXHWTE
cemenTBa- ce KOpPEHW B TECHWTE KOHTAKTU C NALMEHTCKUTE OPraHM3aL,nm,
33IW0TO B PA3AMYHHTE IEAHN TGUKH C& OTKPUBA MCTMHATA 3a KaUecTBe HUTe
FPHIKM.

s HAWMAT LEHTHP EHEroaHO YHacTBa B NALHEHTCKM CPELLM W CHMNO3NYMM,
CbOPraHW3aTOPKM CMEe Ha No-ronemuTte GopymM M peaoBHO M NoAKpensme B
Hopbata ¢ TPYAHOCTUTE C LieN OCUIYpaBaHe Ha no - 4obpo Geaewe

15. MepKK 3a Nnoao6pABaHe Ka4ecTBOTO HA NPEACCTABAHWTE MEAULIMHCKK
YENYri M 0CO6EHO 32 HAMANABAHE BPEMETO 32 OKOHHATEAHA AKArHG3a

*  V2)/1104MTEHO BaKEeH KPUTE PWIA, KOWTO 3acera He mMosKe O3 ce Kae Ye uma
Acbpo pelende 33 BBATAPUA, HO UCKPEHO Ce HAOABAME Ch3AABAHETO Ha
Mpexa OT eKCNepTHH LEHTTPOBE B YHUBE PCHTETCKWTe TpafoBe Aa Jaae
T/IaChK M HA PEILaBaHeTo Ha To2M Npobrem.

*  NMyATMAMCLMNANHEPHUAT €KUM 4aBa Bb3MONKHOCT [a Pa3ChXAaBame B
Pa3NNYHKU NOCOKM 1 33 HbP30 PELWABIHE HA AMATHOCTMMHM KA3YCH, 3aTOBa

ropello NpenopbyBame TO3KM MOAGA Ha KoAerTe.
16. ENeKTPOHHO 3ApaBeonassaHe (CUCTEMM 33 CLBMECTHO pasraekAaHe Ha

CAYHau, eKCNEPTHU CUCTEMM 3a TeNe-eKNePTU3a, CNOAENEHO XPAHWAMLLLE Ha
cay4au)

*  HeoBXOAMMO & MAKCMMANHO H3NON3BAHE HA BL3MOMKHOCTUTE HA Tene-
MeAMUKMHATAE, KaKTO 33 NpPoCnaABaHE HA NAUMEHTA, TaKka W 33 OpraH1U3vupaHe
Ha KOHCUAMYMM C NEKAPM OT Pa3NUUHN CMIELMUATHOCTH.

* ML, NprAara Bb3MGIKHOCTHTE Ha TEAE KOMYHKALMUTE, KaKTO 33 ChBMECTHO
pa3rAEKAIHE HA CAYHAM, TAKA M 33 OBMEH Ha AaHHU MEH Y NaLMeHTa 1
NEKAPCKUA €KUM, 3 CBILO M NPOCAEAABAHE M KOHCYATHPAHE HA NaLMe HTa.

OueHKa Ha NPeANCHEHUTE KPUTEPHUH

3HAMMMOCT Ha KPUTEPMA
Rpurepuii 32 obosHauerme swnioumren- Bamen Noswenarenen
o samen
Chan aBaHE U NPUABPMEHE KM A05PM NPAKTMKM -
BL3IMOMHOCTM 33 NPUEM H NALMEHTI +
YNpaBneHAE U KOHTDON HA KEHECTAOTO +
FpMnaraHe Ha NOKAIATEAM 33 KAYECTAD M DLEHKA +
HMBO Ha EKCNEPTHI ND3HAHUA U ONUT +
TIpUHOE Kt SKTYANHMTE HAYUHY UICIERBIHNA +
CHEMpPaHE Ha AAHHW 33 HAYHMU M 3APABHM LiEW +
Y4acTME B K MHAYHA NPOYIBAHMA 5
W3noA13saHe Ha MyNTUAMCUMAMHAPBH NOAXOR, +
H Ha rpumuTe npes nepuogu +
HenpeKbEHATOLT Ha FPUIGATE NPE3 eTaNTE Ha 3360AABAHETO +
HacousaHe Ha NALMENT I 8 PIMKUTE Ha CTpaHaTa U EC +
CLTpPYAHIMECTBO C APYIU BKCNEPTHU LEHTPOBE +
BpELIKA W CLTPYA ¢ +
KaYECTAOTO Ha yenyrn +
-

CaMOOU‘eHKa no npeanoeHnTe KpUTepun 0606L|.I,EHVIE
MoKpMBAHE Ha KPUTERHA * BbArapckarta 3apaBHa cUCTEMa ce 0Ka3Ba A0CTa MbBKaBa oT
Kpute puii 3a o6o3HaueHKe
{MbAHO, YacTUUHO, He NokpuBa) rneaHa To4Ka Ha Bb3MOXHOCTK 3a NpuaaraHe Ha
Ch33a02HE NP UALDHGHE Kt ACERH NPaKTHEH o ropecnoMeHaTUTE KPUTEPUI U CAMO NOJUTHYECKA BOSIA €
Bh3mokHOCTH 33 NPVEM Ha NAUMEHTH acTirHO HeoBxoauma 2a Aa 3apaboTAT A0 eauH.
¥Npasn eHUe M KOHTPON HA KaUECTBOTO [r—
* MexaHnambT 3a NPeA0CTaBaHe Ha CTaTyT Ha eKkcnepTen
MpuvnataHe Ha NOKAIATENM 33 KaYecTee M OLEHKa HALTUHHO
PO p— e LeHTBP Mo peakk 6oecTH BepoAaTHO TpABBa Aa ce Npeasomu
TIRAOT Ktk 3T yan T Ry MaCreAparAn oo OT MUHUCTEPCTBOTO Ha 3APaBEONa3BaHeTo U Aa ce
CHlbupiae Ha AGHHM 52 HayHW 1 30PA0HH e did pernameHTHpa ¢ Hapeaba, a PErUCTPHUPAHETO M NPOBEPKNTE
YUACTHE B KAURASM NPOY B aHMA e no AeliHocTTa 4a ca 4acT oT paboTaTta Ha perdoHanHuTe
M3nonapake Ha MyATUAUCLUMNAMHAPEH NOAXOA nbHo
ueHTpoee no obuiecTBeHO 3apase.
HenpeKkLeHaT CT Ha FPMIKMTE NPE3 BHLIPACTORMTE NEPUOANH HALTUHHO
HENPEKBCHATOCT Ha PUKMTE NPE3 ETNUTE Ha 3360/ ABAHETO [re—.
HacousaHe Ha NAYHEHTH B PAMKKTE Ha CTpaHaTa M EC HALTUHHO
CHTPYAHMYECTBO C APYIM EKCNEPTHM LiEHTD OBE neAHo
BpBIKM M CHTPYAHWIECTBO C NALMEHTCKM OPFaHA3aLMM ko
T0A06PABAHE KAYUECTBOTO Ha M EAM LMHCKUTE Iy Lo
E. HALTUMHO
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Cecua 4
Kputepun 3a o0603HauaBaHe
Ha eKCNepTHU UeHTpose
no peaku 6onectu (lil)

Mopaepatopu: Mpoo. ltogammuna MareBa

» EKcnepTHM yueHTpoBe 3a peaKu 6onectu B bbarapua — Kputepum
3a 0603HauaBaHe
Dou. Xpucro flobpes

» EKcnepTHM UeHTpoBe 3a peaku 6onectu B bvarapua — Kputepum
3a 0603HauaBaHe. MacTpoeHTeponorus
Mpo¢. lrogmmuna MarteBa

» EKcnepTHM yueHTpoBe 3a peaKu 6onectu B bbarapua — Kputepum
3a 0603HauaBaHe
Aou. Bnagumup Xopaxes

» MyKoBucyumMao3a — YHUKalHOCT U Npean3BUKaTeNCTBa
Oou. UeaHKa MNanesa

» EBpoNneiickn KOHCEHCYC 3a AuarHo3a u neuyeHue Ha bonecr Ha
YUNCHH
Mpo¢. lroamuna MarteBa

» MbpBUYHUTE UMYHOAePUUUTU — NPEeaU3BUKATENCTBO 33

6barapckute MMyHON03MU
Mpo¢. Enncasera Haymosa, NMpo¢. MapuaHa Myppaxesa
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EKCnepTHM LeHTpoBe
3a peaKku 6onectu B bbarapua -
Kputepuu 3a 0603HavaBaHe

Dou. Xpucro flo6pes

TPETA HALUMOHAINHA KCH®EPEHLIMA 3A PELKW BEONECTN U NEKAPCTBA CUPALIN - 14-15.09.2012, rp. Mnoeave

KpaTKo npeAcTaBsiHe Ha NeKTopa

n  [osnyua
0 HavanHuk Ha KnuHKKa No KosKHU U BeHepUUueckn Bonecty,
YMBAJ “Ce. eopmn’, Nnosgue
u  [lpochecoHarHU U HaYYHN UHTepech
0 KnMHWMYHA U eKeNepUMEHTaMHa JepMaTonorus
=] Pe,U,KM KAUHWYHK cnyJyan
0 $yHKLMOHaNHa ANarHocTuKa Ha KokaTta
m  HayuHa npoaykust — 73 nyGrmkaLyu, 121 cbobLieHUs
0 14 rnaBu B KHArK (5 B YyxGUHa)
o 5% nyGrmkauym 27 B uyxGuHa, IF 15.569)
o 121 cbobleHusn (21 B YyGUHa)
O 206 yuTUpaHns B YyxBuHa Ha 22 ctatum (b index = 10)
m  UYneH Ha 4 HayyHW opraHusaLui (2 B YykBuHa)
= UYneH Ha PefkonerusiTa Ha 5 cnvcaHus (4 B YykGiHa)
m PeleHzeHT Ha 11 crincanua (10 B uysGuHa) — 32 peleHsnn (25 B yyxBuHa)

Xa 2012

TRPETA HALIMOHATHA KOH®EFEHLIMA 3A PEAKM BONECTU M NEKARCTBA CHPALM — 14-15.08.2012, p. Mnosava

OnNMUT 1 eKCNepTHOCT B o6nacTra Ha
peaknTe 6onecTu

m Myénukayuu, cebpsaHK ¢ pegki Bonect — 15 (B uykBuHa 5, y Hac 10)
m CboBlleHWs, cBbp3aHN ¢ pelkn BonecTu — 44 (B uyxGuHa 3, y Hac 41)

m OnucaHu peain GonecT — 33

X3 2012

TRPETA HALIMOHAITHA KOH®EREHLIMA 3A PEAKM BOMECTH W NEKARCTBA CUPALIW — 14-15.09.2012, 1p. Mnoaaua

OnnT M eKCNepTHOCT B obnacTtraHa
peaKuTe Conectn

= Syndroma Ehlers-Danlos . npu S-ma Jad L
= Syndroma Melkersson-Rosenthal = Herpes zosler & kbpmasecka BbspacT
= Syndroma Klinefelter = XeTeposurotHa b-thalassemia minor
= Polychondiitis recidivans = Psoriatic onycho-pachydermo-periostitis (FOPP}
= Contractura Dupuytren = D ial actinic
[l Carcinoma cuniculatum [l Acanthosis nigricans paraneoplastica
= Enythroplasia Queyrat = Juvenile syslemic sclerosis
= Necrobiosis lipoidica = Pemphigus benignus chronicus familiaris (M. Hailey-
= Angickeratoma scroti Hailey)
M Incontinentia pigmenti - KoHN MeTacTasu NPM KAPLMHOM Ha NapHHKCE,
- Leishmaniosis cutis MNceBgoxepHAS HA KOPEMHaTA CTeHa creg Herpes zoster
- Dermatitis ficosa = basanHo-kneThHeH KEPLUMHOM MpH EPUTROAEPMULEH
= Purpura pigmentosa chronica ncopnasnc
- Scleroedema Buschke = Tinea ingognito, demodicidosis unilaleralis, nHayunpan o1
- Granulomatosis Wegener pa,qvlo'repanvmrpempmgus péranaoplastlcus
. A - s-me (Haberland
= Fascitis eosinophilica synciome)
= Lichen nitidus = Corynebacterial infection of the skin
- Green nails

[l Pearly Penilz Papules
g 2012

TPETA HAUMOHASHA KOHPEPEHLUMA 3A PEQKH EOJIECTU M NEKAPCTBA CUPALIM — 14-15.08.2012, rp. Mnoeave

Peaku 6onecTu - onpeaeneHue

m Pagko sabonssaHe (Rare disease) — BeAko saBonsisaHe, KoeTo sacsra
Manbk MPOLEHT OT HaceneHeTo.

m  3abonseade “chpak”’ (Orphan disease) — cMHOHUM Ha psigko saGonseaHe.
Hapuuar ce “"cupaLy’, 3alloTo UMaT HUCKa NPUBEKATENHOCT 38 KIMHUYHUTE
1 eKcre pUMEHTaIHITe n3cTiedoBaTenu.
OBUKHOBEHO 3a pedkMTe 3abonsABaHWA MMa MO-Manko WHdopMaLys, no-
MaJko MPoyYBaHWUA 1 YecTo NMMCEa aaeksaTHa Tepanus.

n “MpeHeBperHato” sabonssaHe (Neglected disease) — rpyna oT Tponuueckn
WHtpe KLMO 3HU 3aBoMABaHUSA C eHAEeMUYHO pasnpocTpaHeHue, cpellally ce B
HsikoW eraGo passuT cTpaHu B Adpuka, Asusa 1 AMepuka.

(Hskom oT TAX ca cbLLO W pefKn.)

XR 2012

TPETA HALUMOHAINHA KCH®EPEHLIMA 3A PELKW BEONECTW U NEKAPCTBA CHPALIN - 14-15.08.2012, rp. Mnoegve

Peaku Gonectu - npoGnemu

XA 2012

TPETA HALMOHATHA KOH®EPEHLIMA 3A PEAKM EONECTU M NEKARCTBA CHPALM — 14-15.08.2012, p. Mnosaua

Pegku 6onectu - npoonemu

1. NANCBA WHHA _OBUIONPHUETA OEGAHWMLIMA 3A “PAOKO
3ABONABAHE".

= OcHOBEH KpUTeplil e pAAKOCTTa, T.e. BpoAT Ha BomnHUTe Xopa:
< 1/1 500 gyww (CALL, Rare Disease Act, 2002)
< 1/2 GO0 (EC Regulation on Orphan Medicinal Products, 2005)
< 142 500 Ay (AnoHWs)
< 1/20 00C (Mranus, ltalian National Health Plan)

L] ﬂOI‘IhJ‘IHMTeJ‘IHI/I KpuTepur ca KrAWHWYHa TeXecT W cTeNeH Ha YyBpefa
(*MBOTO3ACTpELIABALLO UMM XPOHWMHO Mporpecupallo), Hanuuie Ha
afeksaTHo neveHwe (European Commission oh public Health, 2009),
YCTaHOBEHU CTaHAapTU 3a MarHocTuka, neveHue 1 pexabunuraus.

XR 2012

TPETA HALIMOHAITHA KOH®EPEHLIMA 34 PE KM BONECTW W NEKARCTBA CUPALIW — 14-15.09.2012, p. Mnoaaua

Penku 6onecTu - npoonemMm

2. nuncea EOWMHHA KNACUGUKALIAA (COWCHIK) HA PEAKATE
SABEONABAHNA.

n 1109 - CALL, National Organization for Rare Disorders (NORD)

= 1408 - Espona, Orphanet (www.orpha net)

m 5000 - Wotld Health Organization (WHO)

= 5000-7000 - European Ordahization for Rare Diseases (EURORDIS)

m  BODC-7000 - CALL, Office of Rare Diseases (ORD) of the National
Institute of Health (NIH)

XA 2012
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

TRETA HALMOHANHA KOH®EPEHLIA 34 FEJKM EOMECTH W NEKAFCTBACHPALIA — 14-15.09.2012, 1p. Mnosgus

Peaku GonecTtu - npodnemm

<

JIMNCBA EQAMHHA XAPAKTEPUCTIAKA HA PEOKUTE SABONABAHNA.

lFeHeTnuHn (80% oT saGonssanusta — EURORDIS), uHdekLpmosHM,

anepruiHn, asTOWMYHHW, AereHepaTUBHU, nponmcbepa'rmaﬂm, 0BMeHHM,
TOKCUYHU K Ap.

C XPOHUYHO MPpOTUYaHe M 0GUKHOBEHO Heneunmin (30% oT zaGonAsaHKuATa
— EURORDIS) u ¢ ocTpo/kpaTkoTpaiiHo NpoTuvaHe 1 0B1KHOBEHO Neunmn.

C ussBa apn paxjaHeTo, Mo BpeMe Ha AeTCTBOTO WNKM B HanpejHana
Bb3pacT.

n C pasnuyHo pasnpocTpaHeHWe cpel HacelNeHWeTo B 3aBUCKMMOCT OT Nona,
Bb3paACTTa, reorpathckis peruoH.

XA 2012

TRETA HALMOHAIHA KOH®EPEHLIWA 34 FEKM EONECTU U NEKAPCTBA CHPALIM - 14-15.08.2012, 1p. Mnosave

PeaKu KoXHW 6onecTu - npoonemu

7

- Felicultis

Necrotising
tascitis

myenesiasis

XA 2012

TRETA HAUMOHANHA KOH®EPEHUWA 3A FEAKU BONMECTH M NEKAFCTBA CHPALIM — 14-15.08.2012, rp. Ainosave.

PeaKku KoxHW 6onectu - npodnemu

1. NTMACBA EAWHHA, OBLUONPUETA AEGUHALIAA 3A PAOKO KOXHO
3ABONABAHE.

YecToTaTa Ha 3aGonsABaHeTo, M3MON3BAHA KATO OCHOBEH KPUTepUi, Bapupa B
ToniemMmn rpaHuLK.
o  1/300 - Ichthyosis vulgaris congenita (Schwartz R, 2012)
o 1/20 000 - Epidermolysis bullosa simplex (Peter Marinkovich M, 2010)
o 1/40 000 - Albinism (Boissy R, 2012)
o  1/100 00C - Hereditary angioedema (Frank M, 2012)

o 1/250 00C - Xeroderma pigmentosum (Divan A, 2011) —s CALLlu Espona,
Ho

o 1/40 000 - Xeroderma pigmentosum {Divan A, 2011) — B AnoHuA

X3 2012

TFETA HALUMOHAMHA KOHSPEPEHUMA 3A FEAKU BONECTU U EKAPCTBA GHPALIM - 14-15.08.2012, ip. Mnosave.

Penku koxHW Gonectu - npoSnemm

2. TANCBA EAUMHHA KNACUBHUKALIAA (CMTMCEK) HA PEAKWUTE KOXXHA

SABONABAHWA.

m 15 saBonssaHus (http:/Awww buzzle convarticles/rare -dise ases-list.html)
m 22 zaBonssaHuA
(http/frare diseases.about.cormfod/skindisorders/Skin_Disorders. httn)
m 44 zaBonssaHus (http:fwww.hon.ch/HONs ele ct/RareDiseaseAB htrml)
= > GO0 sabonAsaHUs

(http://rarediseases.info.nih.gov/Rare DiseaseList. aspx7StartsWith=A

X8 2012

TRETA HALIMOHANHA KOH®EPEHLIA 34 FEfJKM EOMECTH W NEKAFCTBACHPALIA — 14-15.09.2012, 1p. Mnosgus

PeaKu KOXHU 6onecTtu - npodnemMu

3. NMNCBA EAWMHHA XAPAKTEPWUCTHKA HA PEJKWUTE KOMHIA
3ABONABAHIAA.

o BrrioveHn ca pasnMyH1 no chlHocT saGonsAsaHUA (I'eHeTI/NHI/I,
BPOACHW ManthopMaLii 1 HeHacReACTEEHU saBonABaHus),

KaTo:

XA 2012

TRETA HALMOHAIHA KOH®EPEHLIWA 34 FEKM EONECTU U NEKAPCTBA CHPALIM - 14-15.08.2012, 1p. Mnosave

Penku KoxHu GonecTH - BpoaeHU

Darier's disease

Hereditary angioedema

Hailey-Hailey disease

XA 2012

TPETA HALMOHANHA KOH®EPEHLIA 3A FEIKM BOMEGTH W NEKAFGTBA CHPALIM - 14-15.09.2012, p. MnoBave

PeaKu KoXHWN 6onecTtu — npuaobuTn

TRETA HALMOHAIHA KOHGEPEHLIWA 3A FEAKN BONECTM M NEKAPGTBA GHPALIM - 14-15.09.2012, 1p. Mnosave

PeaKu KOXHK 6orecTtH — MHeKLMO3HN

Acquired angioedema Cold contact urticaria Oral lichen planus

XA 2012

Actinomycosis

Cutaneous larva rrigrans Cutaneous leishmaniasis

XA 2012
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TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

TPETA HALMOHATHA KOHOEPEHLMA 3A PEAKU BONECTU M IEKAPCTBA CUPALM — 14-15.08.2012, rp. Mnoeaue.

PefKu KOXHU 60onecTH - HeonnacTU4HU

PeaKu KOXHU BonecTu — ABTOUMYHHU
CbheANHUTENHOTbKaHHU

TRETA HALMOHAITHA KOH®EPEHLMA 3A PE KM BOMECTU U NEKAPCTBA CUPALM — 14-15.08.2012, rp. MNoave

Bowen's disease

Becker’s nevus

Acral lentiginous melanoma

XR 2012

CREST syndrome Eosinophilic fasciitis Sclerederma of Buscl

hke

XA 2012

TPETA HALUMOHANHA KOHOEPEHLMA 3A PEAKM BONEGTU M IEKAPGTBA GUPALM - 14-15.09.2012, rp. Mo ave.

Peaku KoXHU 60necT — aBTOMMYHHU GYNo3HU

Penku KoxHu GonecTtu -
MeOMKaMEHTO3HMU 1 €K30reHHU

Erythe matous pemphigus Cicatricial pernphigoid M. Duhring

X3 2012

Acitretin embryopathy  Toxic epidetral necrolysis

Cheilitis actinica

TRETA HALMOHAIHA KOH®EFEHLMA 3A PEAKM BOMECTM M NEKAPGTBA CMPALLM - 14-15.05.2012, rp. MnoBawe

xg, 2012

TPETA HAUMOHANHA KOHPEFEHUWA 3A PEQKW BEOJIECTH U NIEKAPCTBA CHPALM - 14-15.09.2012, p. Nnoeame

PeaKu KOXHU 60MecTH - NICUXOreHHU

Morgellon's disease

XR 2012

Pefiku KOXHMW GonecTu - Apyru

Urticaria pigmentosa

.3

TPETA HALUMOHANHA KOH®EPEHLIMA 3A PEQKW EONECTU M NEKAPCTEA CUPALIM - 14-15.08.2012, rp. Mnoesve

Granulerna annulare  Granulomatous resacea

XA 2012

TPETA HALMOHATHA KOHOEPEHLMA 3A PEAKM BONECTU M IEKAPCTBA CHPALIM — 14-15.09.2012, rp. Mnoegue.

PeaKu KoXxHU 6onectun — npo6neMu

4. NMANCBAT HALMOHANIHW PEMMCTPM HA PEJKWTE KOXXHWA
SABONABAHNA.

W3KrioueHNs — perucTpi Ha GorHUTe oT:
o BbyrosHa enuaepmonusa (2003, KOB - MneseH)

0 HacneactseH aHruoegem (2011, ULPBNC)

EynoaHa enuaspmoninaa

X3 2012

PenKu KOXHW GonecTH - npobnemun

5. IMMNCBA CAMOCTOATENEH ANCOPUTHM 3A NMOBENEHWUE

TRETA HALMOHAITHA KOH®EFEHLIMA 3A PE KW BOMECTU M NEKAPCTBA CUPALM — 14-15.08.2012, rp. MNoBave

KbM PEOKMUTE KOXXHU SAEONABAHMA

o MacT oT sabonsBaHWATa ca BKMIOYEHW B CHOTBETHWTE Ipynun

Bonectu

o Mact oT sabonspaHnsaTa ca BKMKYEeHU B pasaen

“CeHosepmaTosn”
Ha MeguupvHekn ctaHaapT "KoxHW U BeHepudeckn GonecTtn”
(Hapedba Ne 23/25.06.2010 e0d., OBH. [B. 6p.55/20.07.2010 203,

usm. [IB. 6p. 92/23.11.2010 eod.)

xg, 2012
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

TPETA HAUMOHANHA KOHSEPEHUWA 3A PEOKW ECNECTU U NEKAPCTBA CUPALM — 14-15.08.2012, rp. Mnosare

PegKku KoxHuU 6onecTtun - npodnemu

Vssreyenve oT MeAWLMHCKM CTAHAART NO KOKHKM W BeHepudecky Gonectu
6.27.1.4. Nenodepmamo3y - uxmuocsy, enudepmonusuc 6ynosa, Hespoghubpomamoss,

POCED s s
6.27.2 Gmandapmwa rpouedypa 3a nosedentie
627241 Mpu wantue ta Koo s svapac oe Hacowsa sa
b0 10 Ko Soneomu;

6.27.2..2 Bomume o ce
KO¥HU U Se Hepuecky Somecm.

Bsa-mpLs TBMLI 20BUIING CBO CSULATECM 10

6.27.2.2 fedomeaus va 70 wox U Gonemy
6.27.2.2.1. Mpeenexda Gomus & s omxssps Ha KoKHOMO
6.27.2.2.2 Hssopwsam e pymure L@ mpu -u
¢ .
) 32 A a
6.27.22.3 Croped Sonrusm oe u o apyeu (meduamsyp,

Heaponoe u ap.);
627224 fpu momsvpdens duaerosa Mposexda adersammiO ANMGHO mewewue o HOPMATUSUDANE ta
s u

XA 2012

TPETA HALIMOHAMNHA KOH®EPEHLWA 3A PEAKH BONECTN U NEKAPCTBA CUPALIN - 14-15.08.2012, rp. Mnosave

Pegku KoxHu 6onecTu - npodnemu

JUNCBA EAMHHO NOBENEHWE KbM PEAKUTE KOXHI 3AEONABAHINA.

BrnioueHu B KM 245

. phigus veigaris, phiqus vegetans, phigus foliaceus, phi fensis (fogo sefvagem),

phg ;, Syndroma Uish
»  Bullous pemphigoid, L 12.1 Cicatricia! pemphigoid
= Epidermolysis buliosa acquisita, He exmousa: epkermolysis buffosa herediiaria (Q81)
»  Dermatiis hemetiformis (M. Dufring)
Brnioqetn B KM 248
u  Pityriaic rubra pifaris, fehthyosis vulgari
Biriovenn e KI 249
= Aeute febrile neutrophilic dermatosis (Syndroma Sweet), Eosinophiic oeliltis (Syndroma Weils)
BirioueHy B K 291-2 1 295 (He3epMaToNomuHn)

= Angloedema, Toxic epidermat neoro loto

X7 2012

TRETA HAUMOHANHA KOHGEPEHUWA 3A PEOKW EONECTU U NEKAPCTBA CUPALM — 14-15.08.2012, rp. Mnosare

Penku koxHun SonecTtu - npodnemu

Heskriouern B KN

o Leishmaniasis, Darier's disease, Hailey-Hailey disease, Ectodermal dysplasia,

Epidermolysis bullesa, Hydrea vacciniferme, Mastocytosis, M. Behcet

AnmepHamusa

o KM 246 Texko npoTuuawy GakTe puariH MH eKLMN Ha KoxaTta

XA 2012

TPETA HALMOHAMNHA KOHBEPEHLWA 3A PEAKH BONECTW U NEKAPCTBA CUPALIM - 14-15.04.2012, rp. Mnosave

Peaku KoxHU SonecTu - npodnemMu

7. IMNCBA OCUIYPEHO BESMNATHO WKW YACTWUYHO MAATEHO
OOMALLIHO NEYEHWE,
0 JlokanHu cpeAcTBa 3a MeveHne W rpika Ha koxaTta

o CureTemHu cpegcersa - Neotigason, Disulone

o B HapeaGa N238 (Mocneato nam. 4B 6p.13/11,02,2011 1) 32 0ONPeaenAHE HA CAMCHIA
Ha sabonABaHMATA, Sa YNeTO JOMAWHO Nevedme H3OK sannawa NekapcTea, MeaNUMHCKM

M3ANENS M AMSTAUHI XPaHA 23 CTISLMANHA MSANLAHCKA LIS HATLIHO MM YACTAUHD =
nuncsaT Me AWKaMeHTKH 3a AoMallHo NeMeHWe Ha KoXKHU saBGonAsaHUA
o AnmepHamuesa - HapeaBa Ne16/17.11.2011 r. sa yonoenata v pega sa

FeyeHve C HepaspelueHw 3a ynotpeGa 8 PE nexkapctsenn npogyktu

X7 2012

TRETA HAUMOHANHA KOHGEFEHUWA 3A PEOKW ECNECTU U NEKAPCTBA CUPALM — 14-15.08.2012, rp. Mnosave

PeaKu KoxHU 6onecTtn - npobnemMm

Mmat nn Te Hyx4a oT
AOMaLLHO NeYeHune’?

3
MxTuosue BynosHa ennaepmMonusa

XA 2012

TPETA HALMOHAMNHA KOHSPEPEHLWA 3A PEAKH BONECTH M NEKAPCTBA CUPALIM - 14-15.04.2012, rp. Mnosave

Peaku KoxHu Gonectu - npodnemu

8. OTPAHUYEH EPOW HA T.H. "PATIENT SUPPORT GROUPS”

O Y Hac uma camMo 3 opraHusaliiM, C8bp3aHn ¢ KOKHU 3aBonasaHna
= CapyxeHue “ByrosHa enugepmonusa - Bsnrapus”, ocHosaHo npes 1894
r., NpeuMeHyBaHo oT 2011 roa. B DEBRA Bwsnrapus (MneseH).

= GoHpaLms "MeopUasue”, ocHoBaHa Npes 2000 rog,. (Coctpus).

Apyxectso ,McopraThk”, KbM Cblo3a Ha MHBANMAWTE, OCHOBAHO Npes
1986 roa. (MneseH).

3a cpasHeHle

O B AHMUA UMa NpeacTaseH S0 opraHnsalMuy sa peAKkn KokHWU BonecTu
(http://www.bad .org.uki/site/575/default.aspx)

XA 2012

TRETA HALMOHATHA KOH®EPEHLIMA 3A PEAKN EONECTW M NEKAPCTBA CUPALM — 14-15.08.2012, rp. Mnoeave

PeaKu KOXHU 60ONEeCTU — KaKBO € HYXHO?

X7, 2012

TRETA HALMOHAITHA KOH®EPEHLMA 3A PEAKW BONECTM W NIEKAPCTBA CHPALM — 14-15.08.2012, rp. Mnosave

PeQKu KOXHN 6onecTn — KakBo € HYXHO?

HA NALUMEHTUTE

o Undopmarus

o AduarHocTrka

o JleyeHue n pexaunurauus

0 ColparHa UHTerpaLus 1 4o6po KaYecTBo Ha KUBOT

HA MEAWMLIMHCKUTE CNELIMATTMCTU

o Yenosus sa paboTa — HopMaTUBHa ypeaBa, MaTeplanta Gasa, opraHUsaLs

Xz, 2012
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TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

TPETA HALMOHATHA KOH®EPEHLIA 3A PEAKW EONECTH N NEKAFCTBA CHUPALM — 14-15.09.2012, mp. NMnoeave

KomeHTap

no KpuTepuuTe

3a o6o3HayaBaHe

Ha eKCMNepTHU LieHTpoBe 3a peaku 6onecTty,
npeanoXxeHU oT KOMUTETa Ha eKcnepTUTe
no peaku 6onectu
KbM EBponeickaTa KoMUCHs

(EUCERD - 2011)

X3 2012

TPETA HALIMOHATHA KOH®EPEHLIWA 3A PE[KW EONECTU W NEKAPCTBA CUPALIN — 14-15.09.2012, 1p. Mnosgua

ExcnepTeH LUeHTHP 3a peAKN KOXHU donectu

MUCKHA

EKkerepTHa  eTpykTypa sa  MyNTUAWCLMNMUHAPHO —MeHaxupaHe Ha
MALMEHTU & PEAKA KOXKHIA BOMECTU I CHETOAHWA, USMCKBALUM CMe LMeUMHIA
AEHHOCTU Mo OTHOWEHWE Ha TAXHOTO AUarHOCTULMpaHe, ajeksaTHo

NeveHWe U NMpejoTBpaTABaHe Ha YCNOXHEHWATa.

XA 2012

TPETA HALMOHATHA KOH®EPEHLIMA 3A PEAKW EONECTY W NEKAFCTBA CUPALM — 14-15.09.2012, . Mnoeave

EKcnepTeH LeHTbp 3a peaku KOXHK Gonectu

Ha kputepuure 3a oBosHauvaBaHe Ha EkcrepTHU LieHTpoBe 3a pefku KOXHK
BonecT B Hali-fonAma cTeneH oTrosapsT YHWBEPCUTETCKUTE
KIWHKKIA N0 AEPMATONOMAA M1 BEEHEPONOIMAA. Te ce oTrmyasar c:

O TpeTo HUBO Ha KOMMETEHTHOCT

o BucokokBanudpuLppaH nepcoHan

o BucokoTexHonmornyte oGopyasaHe

o BbeefeHn cucTemu sa ynpasneHne Ha kavectsoto (CYK)

o YueGHa AelHOCT, HayuHW NSCNIEABAHUA N KITMHUYHUA NPOYYBaHuA

o MynTUAWMELMAMMHAPHO ShTRYAHUMECTBO

X4 2012

TPETA HALIMOHATHA KOH®EPEHLIMA 3A PEAKU EONECTU W NEKAPCTBA CUPALI — 14-15.09.2012, 1p. Mnosgua

Kputepumn 1-9 n 15

1. CnocoBHocT 3a Ch343aBaHe U NPUABPXAHE KBM AOGPW MNPAKTHUKAN 338 ANArHOCTUKA U
nedenne

2. ChOTBBTCTEElLLWI BB3MOXHOGTKH 33 NPUEM Ha NaUMESHTA C peakn BonecT 1 oKassaHe
Ha eKCnepTHa NoMoLLy

3. YNpasneHWe Ha KayecTBOTO CBIMACHO HALMOHATHA W ©BPONSHcKA pasnopesou,
YHECTUS BB BLTPELUHM W BBHLUHU CXeMU 3@ KOHTPON Ha KaYecTBoTO

4. CniocoGHocT sa npuriaraHe Ha rnokasaresin 33 Ka4eCTBO HA rpUXUTe M OLeHKA Ha
AeﬁHOCTWTe (EKJ'\IO"IVITEJ'\HO n3MepBaHe Ha nayueHTckarTa VADEHETEDPEHOCT)

5. Bucoko HUBO Ha SKCNEePTHU MO3HAHWUS W oNuT (I'OAI/II.LIEH obem LTApaHua  u

SKCTIepTHU CTaHoBMWa, Opoll pelLeHsMpaHn nyGrmkaumu, TpaHToBe, aKageMuHHU
ANBRHOCTI U HAYSHI TUTINY

6. TpVHOG KbM AKTYaNHUTE HAYYHA N3CNSABaHNA

7. Cnoco6HocT 3a yyactne B chGnpaHe Ha AaHHW 33 LEruTe Ha KIUHWYHU U3CredBaHnst
1 06UjecTBEHOTO 3ApaBeonasBaHe

8. (CnocoBHOCT 3a y4acTue B KITMHMYHI NPoyYBaHns

9. MsnonseaHe Ha MyNTUANCUMNNWHAPEH MOAX0A, HACOYEH KbM MEAWLWMHCKWUTE,
MapamMeANLMHCKN, NCUXONOrMMeckl N coLmantm notpeGHoctn

15. Mepkn 23 noaofpsisaHe KayecTBOTO HA MPeAoCTABAHMTE MSAWULMHCKM YCNYTH U
0co0eHe 3a HAMANSABaHe BPeMEeTO 3a OKOHYATeNHa ANarHosa

Xg 2012

TPETA HALMOHATHA KOH®EPEHLIA 3A PEAKW EONECTH N NEKAFCTBA CUPALM — 14-15.09.2012, mp. Nnoeave

KpuTtepum 1-9 u 15 — KoxxHa KnnHuKa, Nnoeaue

0 BucokoksanupuLMpaH NepcoHan (4 xabunuTupaHu niLa)
O CneymannsupaHy ceKTopr 3a JUArHOCTUKa (7 GekTopa)

0O HeoTkassaH MpueM U okasBaHe Ha MOMOLL, Ha MaLMeHTU © pefkn
Gonectu

Q BbeefeHa CYK ¢ exerofHU BbTPELIHU U BbLUHK 04UTU
0 HayyHU nscreABaHUA 1 KIMHUYHU NpoyyBaHuA
Q HayyHu nyGrmkaLmm 1 npeseHTaLmun

3abenexka:

0O Jlunca Ha TpalMUMA 3a  UsMepsaHe Ha  NalMeHTckaTa
YA,0BNETBOPEHOCT.

X7 2012

TPETA HALIMOHATHA KOH®EPEHLIWA 3A PE[KW EONECTM W NEKAPCTBA CUPALIN — 14-15.09.2012, 1p. Mnosgua

Hay4yHa gerHocT Ha KoXHa KnuHuKa - Mnosaue

ELATAPCKO [EPWATO/OMLHD IPYXECTEO
KAVIHHKA 1O QEPVIATOACIUA U BEHEFOROTIAR
MEDALYHCHN DHAATE — CODVA

ExerogHa HaumoHanHa koHepepeHUma
[— Codbuiicku fepmatonoruuHn gHK -

XVIII HAYYHA KOHOEPEHUMA

“Psaako HaBnwoaasaHu criydan”

m 1592-2012 rog.
m 20 KoHtbepeHUK
= 103 cbobLieHUs

XA 2012

TPETA HAUMOHATNHA KOH®EPEHUMA 3A PEOKW BCNECTU W NEKAPCTBA CHPALM — 14-15.08.2012, rp. Mnoeave

Kputepuu 10-14 1 16

10. OpraHusauma Ha CbTPYAHUYECTBA C Lien rapaHTipaHe HenpeKkbCHaTocT Ha
TPUXWTE Npes NeprognTe Ha AeTGTBO, FOHOLWECTBOTO 1N 3psiia Bb3pacTt

. OpraHnzaums Ha CLTPYAHWYSCTBA G LeN rapaHTUpaHe HenpeKkbcHAaTocT Ha
TPUAWTE NPe3 BGUHKUTES eTann Ha sabonsiBaHeTo

12. MNoaxoaswM MepKky 33 HACOYBAHe HA NALUSHTU B paMKNTe HA cTpaHara u EC

13. Bpbsku M CLTPYAHNYECTBO C APYTM SKCMISPTHU LPHTPOBE HA HALWOHAIHO,

©BPOMNENCKY 1 MeXAYHAPOAHE HUBO

14. Bpb3Kn U CLTPYAHNYECTBO C NALMEHTCKA OPraHNsaLmm

16. EﬂeKTpOHHO 3apaseonassaHe (CI/ICTeMI/I 38 CBBMECTHO pasrnexjaHe Ha

Cny4au, eKCNepTHW CACTeMW 38 Terieekneprusa, CrojefieHo xpaHunuwge Ha

crnyJany

XA 2012

TPETA HALUMOHAIHA KOHBEPEHUMA 3A PEAKW BONECTH U NEKAPCTBA CUPALN - 14-15.09.2012, 1p. Mnoeane.

KpuTtepuu 10-14 u 16 — KoxxHa knuHukKa, Nnoeaue

O Jiuncea TpaaMLUmMA No oTHoLEHWe Ha KpuTepuu (10-14)

O Jluncesa BbBefeHa cUETeMa 3a eMeKTPOHHO shpaseonassade (16)

3abenexka:

O HaenusaHe Ha TenejepMaTofiorMa B MNpakTWkaTa — nonesHa W Mo
OTHoWeHWe Ha pelKUTe KoXHU Bonectu

XA 2012
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

TRPETA HALMOHANHA KOHDEFEHLWA 3A PELKU BONECTU U NEKAPCTBA CHPALM - 14-15.05.2012, p. Mnoeame.

OueHKa Ha NpeanoXeHUTe KpUTepumn

TFETA HALMOHANHA KOH®EPEHLIMA 34 PEQKW BONECTU U NEKAPGTBA CUPALIM - 14-15.05.2012, rp. Mnoeawve

CamooLueHKa No NnpeanoXeHUTe Kputepumn

_ NOKPMBAHE HA KPUTERPUA
o SHAYHMGCT HA KPUTEPUA KPUTEP M 3A OBOSHAUEHUE
KFUTERMIA 34 OBO3) (NbnHo, 4AGTHAKG, He NOKPHBAH
Mskniounrento saxen | Bawen | Mowenatenen
CL3.43B3HE H NPALLPRAHE KM £OGPW N paKTH KN [
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YNPABMNEHNHE W KOKTPON Ha KAMECTBOTO X
[P P Ty —————— X TIpUnarane Ha MoKasaTeny 18 KaHEeTBO M OUEHKa [y
TP —————————— X HHEO Ha @KEMEPTHH MOSHAHNA M O HT Mo
TIPMHOT KM aKTYaNHUTE Hay KA WSCNEABaNMS X TIpHKOC KM SKTyanHHTE Hay4HH K3cnenBaHa Murko
CLEMPaHE Ha aHHH 33 HaYHHH M 3APaBHM LLenk X Cubnpane Ha 1aHHN 3a Hay{HA W SARABHA Uenk MunHe
YHaCTHE B KKK HHI NPOYHBaNMS X Y4aGTHE B KNMHW4H NPOYHBaHKS! YaninHo
VaronsBae Ha MynTHANCUN NN HapeH MO AXOX X WsnomsBane Ha MyIT AW GUMNMKHAPEH NOAXOR, YasTiiHo
HenpeKiGHATOGT Ha IPRIKKTE NPES BL3PacTOBMTE NEpHOZN X H; P P pa neproam Y oTinHO
HenpeKLGHATOGT Ha TRMKWTE MPES ETANHTE Ha X H; P pes eranwe Ha Ua<TINHO
saBonsBatero
Haco4Bake Ha NaUKEHTH B RAMENTE Ha CTRaHaTa M EC He rokpiea
Ha naumenTH B pa EC X
CLTPYAHNHEGTBO G AIpY M EKGNIEPT HH UEHT ROBE YacTinHo
CLTPYAHHYECTEO C APYTH €KENEPTHH LIGHTROBE X
Bpbaki 1 GoTp) BoG YacTinHo
Bp1L3KK W CLTP) BOC X
o A0 PAIBAHE KAHECTBOTO Ha MEAIMKCKATE yCnyTh X e Teyenym Muno
Enerponiio sapaseonasaan 3 EnexpoHHo 3apaBeonassare He norpuea
X, 2012 Xg 2012

TRPETA HALMOHANHA KOHDEFEHLUWA 3A PELKU BONECTU U NEKAPCTBA CHPALM - 14-15.05.2012, ip. Mnoeame.

00001WeHue

Q

X3 2012

TFETA HALMOHANHA KOH®EPEHLIMA 34 PEQKW BONECTU U NEKAPGTBA CUPALIM - 14-15.05.2012, rp. Mnoeawve

06061eHne

0O MpunoxmmocT Ha M3bpoeHNTe KpUTepun KbM Gbirapekara sgpaeHa
cuctema
¥ Mo npuyHUMn - OA
O lMpeanoxeHUs 3a 4pyru KpUTepun 3a o6o3HavaBaHe Ha eKcnepTHN
LieHTpoEe Mo pejkn Sonectn B brnrapna
v YHUBEPCHTETCKUTE KMMHUKW — MO NMPABO 1 Ha thyHKLIMOHaNEH NpHLYN
O YcTaHoBABaHe Ha MexaHW3bM 3a NPeAocTaBsHe Ha CTaTyT Ha
eKcrnepTeH LeHTbp Mo pedkn Gonectu
v YHuBepcuTeTCkMTe KMMHUKW — MO MPABO 1 Ha dyHKUMOHaNEH NpUHLMN
0O YcTaHoBABaHe Ha MeXaHW3bLM 3a KOHTPON M oLeHKa Ha AeAHOCTTa Ha
eKCnepTHUTe LieHTpoBe Mo pefiy 6onectu Ha 6asaTa Ha
NpeAnoXeHUTe KpUTEpUK

v Tpaso U 3afblxeHe Ha HaLmMoHaneH KoHCYNTaTMBEH ChBET 3a PeaKU
Gonectn (HKCPB) kem M3

Xg 2012

TPETA HAUMOHANHA KOHPEPEHUWA 3A PEOKW BONECTH U NEKAPCTEA CHPALM - 14-15.08.2012, ip. Mnosame.

06001leHne

CTPYKTYPIA
0O HawuoHaneH KOHEYNTAaTUBEH ChbBET 3a peku BonecTu kbM M3
v MojnomMaraH oT HALWMOHAIHUTE KOHEYNTaHTU U HayYHU 4 pyXecTBa
0O EKernepTHU YHUB epcUTeT CKU LISHTpoB e
¥ Ha chbyHKLMOH&aEH NPUHLMI U Mo HanpasneHust
O WHbopmaLMoHHO-pedbe peHTHU LieHTpoBe U kaBUHeTU
¥ WMHdpopMaMoHHa U KoopAMHUpaLLE oy HKLMS
O HenpaBWTencTBeHN W NaLMeHTCK opraHnsaLn

OEVMHOCTU (BKr. No OTHOWEHWE HA pefKUTe KoXHI 3aBonsasa Hitsa)

Q AeduHrms Ha “psgka GonecT” M CMUChK Ha sHauMMKUTe pelku Gonectn
O HauwoHanHW percTpit Ha sHauMMUTe pegku GornecTi

0O HopmaTueHa 6a3a Mo OTHOLLEHWE Ha peAKITe BonecTu

0 AnropuTMUY 3a MoBeAeHUe NMpU SHAUMMUT e peiku BonecTu

X3 2012

~ T e
Bnaropap4a 3a BHUMaHueTo!
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EKcnepTHU UueHTpoOBe
3a peaKku 6onectu B bbarapua -
Kputepuun 3a o6o3HavaBaHe.
FacrpoeHTeponorua

Mpo¢. togmuna Maresa

OnKT M ekcnepTHOCT B o6AacTTa Ha peaku 6onectn

o OvaroroguweH onut (0T 1978 1 NoHACTOALLEM) KaTo eKap 1
npernoaaeaTes 3a peaxuTe 60JECTH B TACTROEHTEPOCTUATA

— BOAECT Ha YUNCHH, XEMORPOMATO3a, NOPGUPKUM, BONECT Ha KpoH U
Apyrv

* EckneprHa aeliHocT

* M3paBoTBaHe Ha HALMOHANHW KOHCEHCYCH {CTaHAapTU3MPaHN
npenopbkM) 3@ AMarHo3a v neveHne Ha 6oAecTTa Ha YUACHH,
XEMOXPOMaTo3a, NopGHpPHUU, MYKOBMALMAO3A, XPOHWUYHW Bb3NaiUTENHN
3abonssanma Ha yepeoto {Bonect Ha Kpon) m apyru {2003, 2005, 2010,
2011) Ha BBArapcKo APYHKECTBO NO faCTPOEHTEPOAOTUS,
racTpOMHTECTMHA/HA eHAOCKOMNNA K exorpadua — YseH Ha pabomuama
2pyna U Porosodc meomo

* MNogroToeKa, peAaKTHPaHeE U OTNEYATBAHETO UM B HAYHHOTO
cnucaeke ,bbnrapcka xenato-racTpoeHTeponora™- 4ieHd Ha
pedakuyuodHama roneaus (2000-2010) u enased pedaxmop (2010
U noRacmoduiem)

- Ha

NMoamuna Mareesa BnagumunpoBa

* HavanHwk Ha KnuHuKa no ractpoeHTteponorns, YMBAJ]
"Ce. MieaH Puncku" EAQ-Codins

* [Mpodpecop (4.M.H.) No racTpoeHTEpoIOrS KbM KaTtegpa
ne BbTpewH bonectr, M®, MY-Coding

* NpodecuoHaNHU M HAYYHU UHTepecK

* XPOHUUHW YepHO[POOHN 3abonaBaHns; BUPYCHN
XenaTuTu, MeTabonuTHM 3abonaBaHnA, ankoxonHa v
HeanlkoxorHa cTeaTo3Ha YepHopobHa bonecr;
YepHoApobHa dyHKUMA; dyHKLVOHAMHN HapyLieHns Ha
[T, chapmakokmHeTUKa

OnNKT M eKcNepTHOCT B 06.1acTTa Ha peaKkM BonectH

e EcknepTHa aelHoCT

s Vi3paBoTeaHe Ha KPUTEPUM KbM H3OK 33 AMarHo3a v neveHn Ha
6azaTa Ha MEKAYHAPOAHUTE NPenopPbKUTE {KOHCEHCYCH) U Te3U Ha
BATE — {oT 2002 1 NOHACTOAWEM) - KOHCYAMaHM -eKcrepm no
eacmpoeHmeponoaus kb H30K u uned Ha pvkosedcmeome Ha BOME

* 33 60/ HMIHA nomow, {BCHMUKK peakk BonecTv B 061acTTa Ha [E)

*  KpUTEPHM 33 AUEHME NO Nporpamu {penmbypcupane) 3a 601ecT Ha
YWAckH, 6oAecT Ha Kpon

*  YYacTHe B eKCNEPTHU KOMMUCHK Kbm YMBAJT "Ce. Hean Puacku" EAJl-
Codus 1 kem Ha H3OK 3a oTnycKaxe Ha AeYeHWe MO ChOTBETHUTE
nporpaniK {NPoTeKOAH) 3a HOAECT HA YUACKH, 60AeCT Ha KpoH

*  Y4acTHe B APYTH EKCNEPTHU KOMUTHK

OnnT 1 eKcnepTHOCT B o6nacTTa Ha peaky 6onectu

* YOI B AayIHO-MEGTEA0BI TEI TR M RITAAASTAA A AOCTA 3a

pearu bonectu

HayuHu npoekTn, $rHaHcupanu ot MY-Codusa

— bonecT Ha YUACBH, NOPGHHPUK, FEHKM HA XEMOXPOMATO3a

HayuHu pazpaboTku

— Hay4HH cTaThmn M cbobleHKa {A0KAaaN U NocTepu): BONECT Ha YUACEH,

NopbUPKUM, XEMOX POMATO3a/XeMOCHAEPO3a, BONECT Ha KpoH

PLKOBOACTBO HA AOKTOPAHTH (2)

— BOAECT Ha YUACBH, NOPPHPUM, XemOoXpomaToza/xemocHaeposa
MonynapusupaHe cpea crneuannzantu, OMNJ1, ractpoeHTeponoszun,
APYTU cNeLuanuneTu 1 naupuenTi (Beuydku pearu IE Gonectu)

— Jlekummn: Cneupannsnmpani kypcose kbm GO, J1eTeH W sumeH
MEANLMHCKM YHHBEPCHTET, HALWMOHANHW KOHTPECU K KOHDEPEHLMK, APYTH

- y'-IEGHMLlM W FNAaBU OT KHWUIKU

OnKnT M eKcNepTHOCT B 061acTTa Ha peakn Bonectu

¢ KAMHWYHW KOHEYATAUWK, y4eGHU BU3UTALMKW, KAMHWYHU CbBETH,
KAMHWKO-NATeACroaHaTOMUYHM cpely i (BcuykK peaku ME
3a607BaHUA) — CIEULAALCT 20CMPOCHMEPOAOE,
npenodasamen

PazpaboTaaHe Ha MHGPACTPYKTYPa, OCUrypABaHe Ha anapaTypa u
Kaapu, TAXHOTO PA3BUTHE, MPOTPaMK, Ka4YeCTBEH KOHTROA,
Bb3MOKHOECTU 33 MYJTUAMUCLNANHAPEH NOAXO0M, — HAYAMHUK
KAUHUKA 10 2aCMPoeHmMeposnoaus

— 33 AMarHO3a, NeYeHre U NPOCAeAABaHE Ha NAUMEHTU ¢ BOAeCT Ha YWUACHH;
nopdrprn n gpyri metaboauTHK uepHoApPobHU 2a6onasanua, HonecT Ha
Kpan

,D,uaruosa, AeyeHne K npocneanBaHe, Cb3daBaHe Ha Gasa AaHHN
- cneyuanucm eacmpoeHmeponoe, HaYanHuK KAuUHUKa no
2acmpoenmeponocun

— Ha NayMeHTH ¢ BoAECT Ha YUACHH; NOPGUPHM W APYTH METaBONUTHH
ye pHOAPOGHH 3aboaseanmg, GoaecT Ha KpoH

1. CnocoBHoCT 3a ch3gagaHe U NPUABPKaHE KbM A06PU NPAKTHKK 32
AVATHCCTHKA M Ae4eHne

* HauuoHaneH KOHCceHcyc / anropuTbm 3a noBegeHmne
* 3aabamuTeneH

* maKkcumanHo cbobpaseH c EBponeiickuTe NpenopbKu
¢ HaMBAHO UMBAHUM Y Hac

* AKTyanusupaHe, cbo6pasHo NpOMEHNTE B CBETOBHATa M
eBponeicKka NpakTuKa

* H3OK — kpuTepun 3a nevyeHne — cbobpaseHn ¢ KOHCeHCYCHUTe

1. CnocoBHOCT 2a ch3fjaBaHe U NPUABPXKAHE Kb J06pK NPaKTUKK 3a
AMArHOCTHKA W AEYeHHE

Mpobnemu

* [lpn HekowW pepky 3abonABaHVs NUNCBaAT JOCTaTBYHO
AaHHW 32 npenopbKm

* HeochLiecTBMMU Ha TO3M eTan y Hac MeXayHaposHN
KpuTepuu,

* HeHanW4HW WNKW cTapa anapaTtypa, MefUKaMeHTH

* HejoUHaHCKpaHe — JeliHOCTI anapaTtypa, codTyepHN
NpEoAYKTH

MepcnekTren

Po3slpasaHe Ha KOHCEHCYCHUTe - MyNTUAUCUMMNMHaPeH
MOAXOA — BKMIOYBAHE Ha PasnuuHK cneuranueT KeM
06w npobnemu
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

2. ChOTBETCTBALLY BHIMOKHOCTH 33 NPUEM Ha NALMEHTU ¢ pegkK Bonectk u
CKa3BaHe HA eKCNePTHA NoMoLL,

+  Mma 1 Tpabea A3 MMA Bb3MOKHOCTH
* HKoHcyatauuu 1 nperneay 6e3 HanpasaeHue

+ Mpo6nemu
* KbCHO HacoueaHe — HanpeaHane sabonasaHe
* HyKAa OT 4ecTH NOBTOPHU XOCNUTAAW3ALMU

3. YnpasaeH1e Ha Ka4ecTBOTO ChbrNACHO HaLMOHAAHU U EBpOI‘IEﬁCKM
pasnopep,ﬁu, yqacTie B8b8 BbTPellUHK U BHHIUHU CXEMU 32 KOHTPOA Ha
Ka4ecTeoTO

* 3agbawuTeneH

*  [uarHo3a — NabopaTopuK: BbTPELLEH, BbHLIEH KOHTPoA (EBponeiickuu)
pedrepeHTHa naGopatopus

* [IpOTOKOAM - CNAa3BaHe Ha KOHCEHCYCUTe — AMArHO3a, NedeHue,

npocnepasaHe
—  AMCUMNAMHMPaHE He NeKAPMTE M NALMEHTHTE, A0MLAHMTEAHA MHOOPMALMA 33
X0Aa Ha TO, T Ha NaUMeHT

KDHTPOH BBPXY B3MOXHOCTATE 33 TOMHA AWArHOCTUKA Ha peakure saGonsBaHus - yyacrtve B
MEXAYHAPOACH KAYSCTBEH KOHTPON .

Hanpumep — nopdmpumrte — EPNET

-BuonoruueH Marepuan - KPbB, YpUHa, cbeqec N ONUCAHWEe HA KTNHWYHW OMNAaKBaHWA

-MsGop Ha nacneaBaHNA — AUATHOZA: UMA WU HAMA NOPINPHA N KAKLE TUN & TA;
-ApryMeHTElelﬂ Ha MGGOPH Ha NpoBeaeHUTe N3cneiBaHNsA CNoped KIMHNYHaTa cutyauss

-2 NETH FOAUWHR -CepTUdKaT

Peaxute Gonectn U3MSKBAT He camo 406pa anapaTypa, Be4e BCSKA CU KyNyBa Kake OTo MCKa,
HO W ONuT / KAa4eCTBO B AWArHOCTALMPEHETO. Tosa NPaBn eKCNepTHIAT LEHTBP eKCNepTeH
PaspewasaHe Ha HeACHM npeGnemn

4. CNocoBHOCT 32 NPKAAraHE HA NOKA3ATENK 32 KAYECTBO HA FPUMKIKTE U OLiEHKa
Ha AeliHOCTUTE (BRAKYKTEAHO K3MEPBaHE Ha NALIMEHTCKATa YyAOBACTEOpEHOCT)

* 3a4bAKUTENHO

. I'Ipwem/ oTnagHann NpoToKOAK — aHaNu3 Ha .u.eiiuocrra n
ed)eKTWBHOCTI’a Ha nporpamunTe 1 oUeHKa Ha OTAeNHUTe
LeHTpOoBE

MauueHTUTE
¢ AHKETHW KapTu?
¢ EneKkTPOHEH BapuaHT — Caut?

¢ aLMEeHTCKN OpraHU3aLmMm
* KakbB e onuTa Ha Apyrute EBponeiicku cTpaHn?

5. BUCOKO HHUEO Ha EKCNEPTHU NO:
PTHU C wa, Bpoii pelieHsupaHu ny
AKAAEMUYHK ATbKHOCTU U HaYHHIK TUTAM}

U onuT (ropy

6

obem LMTUpP U
rpaHTOoBe,

eKCl

6. NPUHOC KbM AKTYaNHKUTE HAaYYHW U3CAEABAHNA

¢ 3aABAKUTENHMK, HO TPYAHO OCHILECTBH MU
s [y6AMKaLMK — M3UCKBAT CE CPEACTBA 33 M3BBPLIBAHE HA HOBATOPCKO,

BMCOKOKAYECTBEHO HAYYHO MPOYYBAHE - TPYAGH BBNPOC 33 peakuTe
Gonect

7. CnocoBHOCT 3a yHacTUe B chOMpaHe Ha AaHHK 33 LIEAKTE Ha KAWHWUYHK
U3CNeaBaHKA W 0BLLECTBEHOTO 3apaBeonazeaHe

*  SapgbaKuTEeNeH
* OT NOKa/AHM KbM HALMOHAAHK 6a3a AaHHU

* TpyAeH 3a peanu3aLus — Bp T '] ycUAWe Ha ekuna
33 NPEXBbPAAHETO HA AAHHU OT XapTMEH Ha eNEKTPOHEH HOCUTEN BBB BUA,
ropeH 3a obpaboTeaHe

« T10/133 - CLONPaHeTo Ha JaHHN 1 0OpaBoTBaHETO MM — Bb3MOMKHOCT 33 00ODLLEHMe
N AOTBAHAOTEAHN BHAKKNA | CPABHEHWE C APYTA
¢ lpumep — paaKa WAk HecTa e GonecTTa Ha KpoH B Bbarapua ? ToeH oTrosop —

A A R R A T

. Kakbs e CMeKTbPa Ha KINHWHMHE H3RBa Ha HEpHGFLpD6HDTD sabonssaHe npn
BonecTTa Ha YWUACHH B BbArapua? — ocHOBHO «rayxa Yl» — Ges cumntomn, Benesn
MOBULIEHN HepHOLPOBHM EH3 MU B OHOAD ¥ OT cAyYanuTe

+  EderTUBHO 1 HE30NECHO NK & ABATOTOANILHOTO NeveHre ¢ Kynpernn npk Gonectra
Ha YUncbH B brarapua ? Jal B nosedeto cay4au cTabuansnpa vepHoapobHoto
3360n9BaHE WM BOAM IO PErPECHA PU HACKA HECTOTA Ha NPEANMHO HE3HAHAMM
CTPAHUYHK pearuni

¢ VHbOpMauna npu BpemeHHn

8. CNOCcOBHOCT 2a yuacTHe B KAKHWHHKM NPCY-BaHus

* 3aabaKUTENEH

*  OnUT B KIMHNYHKW NPOYYBAHWA M3BBH peakuTe 3abonABaHMUA
BHMMaTeNHa oueHKa Ha I'IOJ'I3a/pVICK 33 NAUMEHT € pAgKO
zabosiAeaHe OT €KCnepHumeHTaNHa Tepanna

MNon3za — AUCLUMNAWHUPAHE W TREHUHT Ha K3CACA0BATASKHUA €KUM

BaxHo e cTaHoBMLWETO Ha NauyeHTUTE?

9. M3noAzeaHe HA MYATHAKCLIMNAKHAPEH NCAXOA, HACOYEH Kb
MeAULIMHCKUTE, NAPAMEAMLIMHCKM, NCUXCAOTMHMECKW W COLMAAHU NOTpeGHOCTH

*  3aabAKUTEneH

* TpyaeH 33 oCbWECTBABIHE U3BBH MEANLMHCKUTE CPeaU
*  BUHIHCOBM OTPaHHMYEHHUA

* 3acera Ha goGpa sona

s [PEANOHEHHE - AONBAHUTENHO YHACTHE Ha A0GPOBOALM, BKIOYBAHE Ha
cTyAeHTH

* MoAkpena oT obLWecTBoTo, MeguuTe

—10. Oprauu3aumMa HA CLIPYAHKYECTBA ¢ Lie [APAHTUPAHE HENPeKLCHATOCT Ha

rPUAUTE NPE3 NEPUOAUTE HA AIETCTEO, HOHOLLIECTBOTO M 3pANa Bb3pact
*  3agbaKuTeneH

+ W3ucksa pobpa Konabopauus

+ HeobxoAumo e pasraexaaHe v NpocaeAfBaHe Ha obWM cayyan

13, Bpb2KK M CLTPYAHWHECTBO € APYIH EKCNEPTHH LIGHTPOBE HA HALIMOHAAHO,
eBpONEiCKO U MEKAYHAPOAHO HHBO

s ChbllecTByBa
s face opULMAAU3NPa M ONTUMUZUPA

14. Bpb3KU W CHTPYAHWUHECTBO € NALIMEHTCKK OPraHKU3aLLMK1

C'bI.IJ,ECI'BVBa W €MHOro noAe3Ha
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15. Mepku 3a Nop06pABaHe KAYECTBOTO HA NPEADCTABAHUTE MEAWULIMHCKK
YEAYrU U OCOBEHE 32 HAMANABAHE BPEMETO 32 OKOHHATEAHA AAHAMHO3A

s M3M0A3BaHE Ha MEMIYHA POAHU NABOPATOPHMN U ONKUT

16. EAGKTPOHHO 3ApaBeonassaHe (CUCTEMK 33 ChBMECTHO PasFAEKAAHE Ha
Cnyvau, eKCNepPTHU CUCTEMU 38 Tene-eKnepTrusa, CNoAENEeHO XpaHunuile Ha
cAydam)

+ Mowenarento Aa 6bAe peanu3npato & 6baewm

11. OpraH13aLMa Ha CLTPYAHWYECTEA C LieN rapaHTMPaHe HENPEKRbCHATOCT Ha
FPUKUTE NPE3 BEMUKKTE ETanNW Ha 3060N7BaHETO

s ChlWecTBYBa
* Jace opuUMaNU3Npa U ONTHMM3MPA

12. MoAXoAALM MEPKK 33 HACOMBAHE Ha NALMEHTH B PaMKMTE Ha cTpaHaTa W EC

Chuecrsysa
Ja ce onTumnzUpa

OUueHKa Ha NpeanoKeHUTe KpUTepun

3HAUMMOCT HA KDUTEPUA
i sa Waknoumren- Bamen | Nomenaeacn
o swen
ChapapaHe W NPMALRKAHE Kb AOBPM NPaKTMRA X
B30 MHOCTH 33 NPHEM Ha NaLMeHTH x
YNpaBaeHUe U KOHTPOA Ha KIELTBOTO x
TpMnaraHe Ha NOKAIATENM 32 KAYELTBO M DLyEHKa x
HMBO Ha EKCNEPTHU NG3HAHKA U ONUT X
TPMHOC Kb GKTYanHATE HaySIHM M3Tn eABaHUA x
CHEWpPaNE Ha AaHHM 33 HIYHM W 3APaBHIA Lienu x
YUacTHe B KIMHIYHM NPOYIBaHIAA x
HanonssaHe Ha MynTHAMCLMMAMHAPEH NOAXOA X
HenpeKbeHATOCT Ha FPMAMTE Npe) BL3PACTOBMTE NepUOAM x
HeNpeNLCHATOCT Ha FPMHMTE Npe3 eTanuTe Wa sabornpanero | X
HacoupaHe Ha NAUWEHTH b pamMKWTE Ha CTpaHaTa uEC X
CLTPYAHWMECTBO ¢ APYIM EKCNEPTHA LeHTpOBE x
Bphakit 1 CHTPYAHMUBETOO ¢ NLMENTCHM OPrIHUI LN x
MoAE6PABaHE KAUECTBOTO Ha MEAMLMHCKUTE YLy x
EneKTPOHHD 3Ap abeonasbaHe X

CamooLEeHKa No NPeaNOKeHUTe KpUTepum

" MokpuBaHe Ha KpUTEPUA
Kpurepuii za o60zHaueHWe
{nbaHo, HacTUuHO, He Nokpuea)

Ch3AaBaHE M NPUAPHEHE K A06PH NPaKTURA Mmoo

BbIMOMHOLT 3 NPUEM HA NALIMEHTH o

VNpasn eHMe U KOHTPOA Ha KA4ECTBOTO Mo

Mprnarake Ha NOKA3ATEAN 32 KAYECTBO M CLEHKE nLHo

HMBO Ha EKCNEPTHM NO3HAHMA M ONAT o

TIBPMHOC Kb AKTYANHHTE HAYIHU MIC EA\BaHMA e

CHLEMPaKE Ha A2HHM 33 HIYUHM U JAPABHA Lien ero

Y4atTHE B KIMHWYHW NPOYYBaHMA UaeTimHo (MbsHo 32 Gonect Ha Kpok}

MananapaHe Ha MynTHACUMNAMHAREH NOAX OR UacTirio (ThnHo 32 MeaULHEKITE

cnewmncTip

HenpeKbCHATOCT Ha FPAMGATE NP3 AbIPaCTORUTE NEPHOAM o

HeNPeRLEHATOCT Ha FPHKMTE NPes eTankTe Ha 3abonABaHETO nLHo

Hato4BaHe Ha NALMENTI B PaMKWTE Ha CTpanata M EC He noxpuea

CHIPYAHAYECTBO ¢ APYTU EKCNEPTHA LeHTpooe o

Bphaku U CLTPYAHMHECTBO € NALMEHTCKM OPraHM3aLMi o

n Ha “aCTIMHO

yenym

EneKTpoHHO 3apaseonaspate He nowpuea

0O606weHune

* TpUNOKUMOCT HA U3BPOEHUTE KPHUTEP UM Kbm BbArapckaTa
3ApaBHa cUcTema
— MoBEYeTOo OT TAX
« [peanoxeHUa 2a APYIU KPUTEPUM 38 0603HAYABAHE HA
eKCnepTHU LeHTPOBE MO peakn 601ecTH 8 Bbarapus
— WCTOPMYECKM OTIUT M MHEHME Ha NaLMeHTHTE
* YCTaHOBABAHE Ha MEXaHMU3bM 3a npeaocTaBAHE Ha CTaTyT Ha
eKCnepTeH LeHTEP NO peaKku bonectn
— PerynatopHu opraHi — NauMe HTCKM OPraHU3aLmu — AeKkapu-e kene pru
.- paboTHM rpynu
* YCTaHOBABaHE HA MEXaHU3BbM 33 KOHTPOA 1 OLUEHKa Ha
,D,EI;‘IHOC'I'I'a Ha eKCNepTHMTE LeHTPpORE NO peakK 60NecTu Ha
fazata Ha NpReANOHKEHUTE KPUTEPUK
— PerynatopHu opraHu - AekapH-ekcnepTi— NaUMeHTCKN opraHn3aumMn
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EKCnepTHU LeHTpoBe
3a peaKku 6onectu B bbarapua -
Kputepuu 3a 0603HavaBaHe

Dou. Bhnagumup Xoaxes

KpaTko npeactaBsHe Ha AeKTopa

* HavanHuk Ha KnuHyka no nynmonorus
kbm YMBAJIT'Ce.'eoprn”

* YneH Ha YnpaBWUTenHUSA CHBET Ha
BvnrapckoTo apyxkecteo nNo SenogpodHu
Gonectn

» HaumoHaneH generat B GINA
» YneH Ha European Respiratory Society
* YneH Ha American Thoracic Society

OnuT U eKcnepTHOCT B obnacTTa Ha
peaku donectu

» Kuctnyna pmbposa (MykoBrcLUNA03a)
+ [bpBMYHA NyNIMOHANHA XMMEPTOHUS

KomeHTap no KputepuuTe 3a 0603HavaBaHe
Ha eKCNepTHM LEHTPOBE 3a peaku BonecTu,
npeanosKeHun oT KomuteTta Ha ekcneptuTe no
peaku 6onectv Kbm EBponeicKaTa KOMUCHA
(EUCERD}

1. CnocoOHoCT 3a cb3jaBaHe U
npuabpKaHe KbM A06pU NpakTUKKU 3a
JnarHocTuKa U NievyeHue

2. CvhoTBeTCTBALLM BL3MOXHOCTH 3a
npueM Ha nayMeHTU ¢ peaku 6onectu u
OKa3BaHe Ha eKcnepTHa NoMoll,

3. YnpaBneHue Ha Ka4yecTBOTO CbINacHo
HaLMOHanHM U eBporencku pasnopenou,
yyacTe BbB BLTPELIHN U BbHLHW CXEMM
3a KOHTPOI Ha Ka4yecTBOTO

4. CnocoGHocT 3a nNpunaraHe Ha
nokasaTenu 3a Ka4eCTBO Ha IPUKUTE U
oueHKa Ha AgeilHocTUTe (BKIIOUUTENHO
U3mMepBaHe Ha nauueHTcKaTa

Yy OBMETBOPEHOCT)

5. BUcoKko HMBO Ha eKCrepTHU No3HaHUS
U onuT (roguweH obemM UUTUPaHUS U
eKcnepTHU cTaHoBULa, Bpoit
peLeHanpaHn nybnukauum, rpaHToBe,
aKajaeMWUYHU ANBXKHOCTU U HayYHU TUTIN)

6. MNMpUHOC KbM aKTyanHuTe HayuyHu
nacneaBaHus

7. CnocoBHoCT 3a ydyacTue B cbOUpaHe
Ha faHHK 3a UenuTe Ha KNUHUYHK
nscneaBaHnsa U 0bLLIECTBEHOTO
3apaBeonasBaHe

8. CnocoBHOCT 3a yyacTue B KIMUHUYHM
npoy4eaHus
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9. UanonssaHe Ha MynTUAMCUMNNUHAPEH
noaxoj, HacoYeH KbM MeJULUHCKUTE,
napameanLMHCKN, NCUXONOTUUYECKN K
coumanHm notpebHocTK

10. OpraHnsauua Ha cbTpyaHUYECTBaA C
Lien rapaHTMpaHe HenpeKbCHaTOCT Ha
TPWKMTE Npes nepuognte Ha AeTCTBO,
IOHOLLIECTBOTO M 3psina Bb3pacT

11. OpraHusauusi Ha cbLTPYAHUUECTBA C
uen rapaHTUpaHe HenpeKbCcHaToCT Ha
rPUKUTE Npe3 BCUUKUTE eTanu Ha
3abonsiBaHeTO

12. MoaxoAauinM MepKu 3a HacouBaHe Ha
nauMeHTn B paMKuTe Ha cTpaHaTa u EC

13. Bpb3KM M CbTPYAHUUYECTBO C ApPYIU
eKCnepTHU LEeHTPpOBE Ha HaUUOHaIHo,
€BpOMENCKO U MeXJYyHapoaHO HUBO

14. Bpb3Kku U CHTPYAHUYECTBO C
nauueHTCKM opraHusaumm

15. Mepku 3a nogobpsiBaHe KauyecTBOTO
Ha npejocTaBsHUTE MeAULMHCKA YCnyrn
n ocobeHo 3a HamansBaHe BpeMeTo 3a
OKOH4YaTernHa AgnarHosa

16. EnekTpoHHO 3apaBeona3BaHe
(cMcTemMM 3a CbBMECTHO pasrnexjaHe Ha
cry4yau, eKCcrepTHM cUCTEMMU 3a Tere-
eKknepTu3a, CNoAENeHo XpaHunuie Ha
cnydam)

OueHKa Ha npeanoXKeHUTE

Camoou,em(a no npeanoxXeHunTe

KpUTEpUU KpUTEpUK
SHAMAMDCT HA KPHTERHA B Nokonaase Ha kpHIEDHA
Kprrepwit a0 6osHausnne e PR Eer— Kpurepuii 3a o6 asuaustue {han Ho, o2 THRHD, HE nOKPHBA)
o e
CLIAARAHE U NP HALPIKAHE Ku M AOEPH NPAKTHRH X Cuspasane nn praguprane Kum aoGpn npaKTemn MaHo
Bu3MOMHOCTSA NRHEM KA NALKENTH X Bu3mMoHOLTH3A NPHEM HA NALKEHTH HACTHMHD.
YN PAGNEHHE N KOHTPON HA KAYECTRATD X ¥NpaBNEHME N KOHTPON HA KAMECTEOTO NBAHO
Nprnarane HA NOKAATENM 32 KANELTED W OUEHKA X NPHNAraHE HA NOKAZATENN 33 KAMECTED M OLEHKA NBAHO
Huat 1 excnprom ndsdmnms 1 onmr X HABO Ha EKCNEPTHI NOGHA HAA M ONHT nuino
I PHHOE Ko ARTYAAHHTE HAYHH S CNEASARHA X NPHHOS KTal ARTYATHHTE HAYN HA HACASABAHMSA r—
ChBMPAHE HA AAHHW 32 HAYUHH M 3APABHH LENH X Cubnpane Ha 4AHHK 33 HAYYHA W 3APABHH LEAN NWIHO
YuALTHE B RIHHHUHK NPOYUBAHHA X VMALTHE B KANHAYHA NPOYYBAHNA HALTHMHD
HM20N3EAHE HA MY HAMCLMIL HHADEH TOAX0A, X MenonIzaHe HA My ATHAMEL ML HHADEH NOAXOS, uacTHuHD
HenpeKaCHATOLT HA TPKATE NPES BLIPACTOBATE NEPHOAN X He HA FPHIRHTE Npe3 nEPHOAH UACTHUHD
HENPERLCHATOCT HA TPMAKATE NPE3 STANMTE HA 3ABONRABAHETO X HENPEKEEHATOLT HA TPMAHTE NPE3 £TANKTE HASABOARBANETD HE NOKPHBA
HACOUBAHE HA NALKEHTH B PAMKMTE HA CTPAHATA M EC X Hatousane va ndLnEHTH B PAMKATE HA STpanata n EC HE NOKPHED
X CuT PYAHHUECTEO € APYIH SKEN EPTHH UEHTRORE uaETHIHD
Bpuskn m ChTPYAHMYECTED € NALAEHTCRA OPrAHME ALK X Bpanm NLAHO
o . e — s
Eqe kTpOHHG 3ApasEon assane X EN€ KTPOHHO 3 APABEONAZBAHE HE NOKPHEA
ObobweHune '155

+ MpunoxmmocT Ha U3GpoeHUTe KPUTEPUU KbM
6bnrapckaTta 3gpaBHa cucTemMa

+ peanoxeHUs 3a gpyrn KpUTepuUn 3a
oBo3Ha4aBaHe Ha eKCnepTHU LieHTPOBE Mo
peaku bonectu B bvnrapus

+ YcTaHoBsIBaHe Ha MeXaHWM3bM 3a NpeAOCTaBsAHe
Ha CTaTyT Ha €KCNepTEH LEHTHP Mo peakMn
Bonectn

+ YcTaHoBABaHe Ha MeXaHM3bM 3a KOHTPON M
OLeHKa Ha AeiHOCTTa Ha eKCMepTHUTE
LieHTpoBe Mo peaku GonecTyn Ha 6azaTa Ha
NpeANOXeHUTE KPUTEPUK

Ekcnepre
LEeHTBLP

MayneHT

d eKapu
opraHusauu

- excnepm\
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3aLo HAMa eKCnepTHH
ueHTpoBe?

Ekcnepre
LEeHTBLP

MauneHTNY
opraHusaum

Kakeo ga ce npasu ?
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Mykosucuyuaosa —
YHUKANHOCT U
npeausBUKaTencTsa

Dou. UsaHKa lNanesa

Dou. 0-p Heanxa Taresa, o,

Kaunuxg no Jleduampus,

VYMPAA Arexcandposcka, Codus

Jlosunus:

Hanarnux Kppaanecko omoerenue

ﬂfpogﬁecuommuu U HayvHu unmepecu

Dee sucuy obpasosanus;

& meduyuna u

® 30pacen MeHUORMBHM
Dae cHeUUarHoCH:

® demcky borecmu u

® OencKa NHEBMOAOZIA U ghmusuanmpis

ﬁpogﬁec HOHAAHU U HAYHHU UHmePeCl

® Ducepmayus 2001e:
“KAunuxo-zeHemusna XapaKmepuctiuKa ua
MYKOBUCUUO03AMA 6 PAHHAE DemcKa sb3pacnt”

® Peity bAUKaHCKY KOHCYAMAN 10 neduampusi - 20052

® Lren - exgnepm 8 KoMucusma 3a AeKEpemeeHy npooyxmi
(AA) ¢ npuroxKenue 6 neduanpusma, Kpm
Munucmepcmeono na 30paseonaszsanemo - om 2007z

& Boumen excnep Kpm H30K - om 20102

Onum u excnepmuocm é obaacmma na
pedxume boaecmu

® Macmepraac 1o MyKO8ucui003a - cepmuguram,
26-27.04.2006, Bagshd, UK

® Curl¥areCT Prifect Grand, obysenue 02.05.09 -
09.05.09, npu Jipocp. Carla CIFBMED

Dupexmop na Myi@eucyuaosen ueHmbp,
Murano, Koopaunamop Kpm TurllareCT fPrf]ject u
PrKoso0UmeA Ha HBPEUA CEKINOP 6 TPOEKInd

Onum u excnepmuocm 8 obaacmma Ha
pedKume borecmu

® Yien na Vnpasumeanus Komumem na
Eeponeiickus MyKosucundosen Pezucmvp
Kpm LeponeiicKama acouuauiist no
MyKoeucuuoosa (Eurdpean Cystic Fibridis
STdiety Patient Registry) —
ECESPR Steering (Dumitice

MyKoesucuudosa
® Tona om Hafi-cmapunie boectiy Ha HOBeHecmeomo

- HBPEaAna MyKOBUCKUO03HA Mymauus (MM) e
6B3HUKHAAG nipedn 32 000z / ~ 500 sexg npedn Xpucma /

- pasupocmpanenuento na MM onpasasa deuxenueno
HE HOBCULKINIE MACH 110 CYHLA U 6004

® 3auto u ‘Kax e oueasaa ?!
- do cpedama na XX6 — upexusaemocm nod 2z
- cmepunumen JCAVD/ + npobaesmu ¢ epmununiema

Wiuf C.
Do delta F508 heterozygotes have a selective advantage?. Genet Res 78, 2001,1: 41-7.

MyKosucuudosa
® (Cped pedxume, spodens, xKueomo-ozpanunasani boaecmu —
MYKOBUCHUO03AMA ¢ eOHA O Hall-ectume (KASKAIKAmA
NOMYAQUU )
FHa 3emanma - wad 7 buruona xuern — 3 pacu:

¢ Koama:

SOUHUNHY cydal cped mMamasuliyy, uHOuaHuL om
asuamcky npousxed, kumaluy

1:93 000 - opueHmanyume xuseeuils ¢ Xasall
1:30 000 do 1:35 000 - AroHuLr

+ Yepna:

1:15 000 u 1:17 000 - aghpurasiiy

* Baaa: cpedno 1.2 500 xusopodeni
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AT 1: 2500

 SWEDEN Q‘::{*—’ ¢ Finland -10 nvmu
no-psdKo (1:25 000)

y. g
= {'r /{//FINLAND
i -‘ 25900 RUSSIA .
:ﬁomv [F § : 2 & Russia -2 nvmit no-

padKo 1:5500

)
J

STONIAS

+ 6 bpemonus

: (Ppanuus) u
S Caeneit Jax Cenm
\%—/‘w}/f Kan (Kanada) —

1.936

GERMANY POLAND

1:2500 123
125 e

F Med Screen 1998;5:16-19

B Pvazapus npoyusanus om 19972
(Anzeauneea) onpedersm no
MAMEMATUYEH T YeCHIOMA HA

saboaaseanemo om 1: 3 000 0o 1: 3 500

Bpoi boanu om MyKoeucuudosa

Fepona ~ 30 000

CATIL ~ 45 000

FYBBHHE

bvazapus
203 boanu (£3)
s =% OM TAX €A Oeua

Bpoi naruunu M boanuw:
Onpedeas ce om:
® 2eHHO HOCUMEACBO cpea HACEACHUEMO

® pasnosnasane /Ouaznocmuyupane/ na
borecmma

® NPOCBAKUMEAHOCT HA K60 Ha boanume

® 8BIMOKHOCIMU 34 nperamarnad Buaenocmu&a

¢ Hocumeacmeomo na M cped naceaenuemo

= cpeono 4-5% 3a barama paca

+ 3a‘bwicapua ???
- MM nad 1800 ussectunit 00 MoMeHma

- 25-30 om max ¢ vecmoma #ad 1%
(100 100% cuzypHocm 34 usKAKHEaHE)

- HONYATUUOHHIU CKPUHUHZ08Y HPOYUBAHIS CA
BBIMOXKHI cped guzanume — camo AF508/AF508

Jlaunea na MM u noruntopgpusmu, onpedersinu

_')7 Hac.
Exgou 3: GESE, LIEX, 306del TAGA. =3
Expox 4: R1ITH, DI10H, 574del TA, L1378, GI26A. =5
Exzon 6 Q220X =1
Bxgon 7: RIATP, R334 =2
Exgou 10: T5084el I507del 1677TAdel 171641 G-, QI93R, =5
Expor 11; GI42X, 1717-8 G->A, 1717-1 G->A, RI53X. =4
Exgon 176 GI069R, RI070Q, =2
Expor 20; WI282X, G1244V, GI244E, SI25IN. =4
Exzon 21: V1303K; =1
Exson 23 4374+1 g—>/1. =1
Beuuxp: =28

¢ Pasnosuasaie na b'oucmma:

+ Jlpu cpedna eo0umna paxpaemocnt 60 000 - 70 000 u
wecmoma 1:3000 — 1: 3500:

= 20 nosopodeitu ¢ MyKQsUCHUO03a/200UUHO

(Bpoii nosoduaznocmuyupari M boaru ont 6cusKy
Ywuusepcumemcky boanuyu - do 10/200uuno)

TTpupodnama pemKa ¢ KANULE O1e Ol CH30a6aNENL0 KA NAOOM, HO CAMO

MuurLaren bpol om boAmume #AaM CHAMUMOMY HPH PAKADGHEMO HAN RACKOPO
cagd mosa /MecTuinm ilens 5-10%,/

Tleprodvm om upusudnomo “sopase” na HOBOPOOEHOMO 00 KAWNUNKAMG

u3sea #a boAecima MOKe 00 6apupa 6 MEbPOE WUPOK OUARAZON — 6KA U 00

nanpeﬁu ara sv3pacnt

MYKoBUCUUDO3a

o FEvensen S.A.

A 69 year<Dbd man with chrDyic Dstructive pubndhary disease, pancreatic
insufficiency and elevated sweat electriytes. Acta Med Scand 1981, 209,1-2:141-
143

& MDiriguand P.
Cystic fibrdyis presenting in a 45 year<Dd man with infertilfity. 7 UrDi 1987, 136,
5:1259-1260

o RBenbluth D. and GTfen berger D.
Cystic fibrdyis in an elderly wibuan. Chest 1997, 112, 4:1124-1126

o Stanghelle J.K et al.
Cystic fibrdis patients running a marathDn race. Int J Spdrts Med, 1988, Feb 9,
Suppl 1: 37040

-66 -




TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

MyKoeéucuudosa

¢ Koii ca gpaxmopume, sadvpxRauu
Penomunnama ussiea na boaecmma ?

¢ Kax Oa yovaxum ev3oeiicmeneino um ?

MyKosucuudosa

® (Kpununz 30 MYKOSHUCUND03
/19812 -Hosa 3eaandus, Espona, CAIL/:

- %Myuopea&muem MPUNRCHHOZCH 8 USCYUEHA KANKI
Kpvs om ‘H.OBOPOBEHZLme

- JIPu HOAOKUMEALH PEIYAMANL HOSMOPHO UICAL0BaHE +
DHK anarus sa nai-wecmume CF mymayguu 6 naguana

- ﬂfpu NOAONKHMECAEH PesyAmMant — XOCHUTAAUIAUUA,
nomHu mecmose

Y nac ece ome ne e sveeden !!!

¢ JIpodwpaskumernocn na sxusom na boanume:

-ymnac: % ca e emckg evapacm (0o 182)

- 8 Tepona: 60% nao 182

4 ﬂTgeﬂamwma Ouaznosa

1038045164 UBBECHIHO

KOHmpoAUpaie na
bposi na

HOBOpOOEHUME
MYKOSUCUUOO3A:

avsedenay Hac om
npedu noseue om 202

Hacam

MyKoéucuudosa

+ AMHHK O-2eHEMUHHA XeMEPOZEHHOCH

Aozuuno e domycxgiemo:
HO-mexpK cenemuen degexm & cunmesama na
ayKpsucyudosuus beamsvy, (CFIR) - no-demoncmpamuena
KAMHUYHA U3SBA - M. HAP. 2EHOMUNHO-Penomunna

KOpeAquua

Ha npaxmuKa: 6ariu0HO 3 CUMBTIOMUNIE ON CHIPAHA HA
- XPAHOCMUNAMEAHAMA 1L
- PenpoOYKIMUBHATIA CUCTLEMU

MyKosucuudosa

® KAunuKo-zeHemurdna xemepozeHHoCH!

CUMBMOMIL O OUXANIEAHANIA CUCTIEMA
(0ctoeto npedonpedersm HPOVBAKUMEAHOCHIA HA KUBOM,) —
mexecmma M e mpyoHo HpedcKazyema

JTpoyusanis npu eeHenUHHO XOMO2EHHY 2pynu (8KA. cubauue,
bausnayu) couam:
Tenemuvnuam Oegexm npedonpedeas: ~ 40% om
mesgcmna na beAOpobHAMA CHMNHOMAmuKa
ocmanarume 60% ce upedonpedeasn om:
- ConbHicmean zenenusen o
- GAUAHYE HA OKPAHANA cpeda U
- KbMuiAgGiianc Ha boanus

Kﬂuﬂlﬂtﬂd usasa na My1(96ucy,u603ama 6

0 uxameanama cucmema

v ungbexmupane c neayxouden
MycTbacterium tuberculDis

v  HOCHA NOAUNO3A

v’ bponxueKmasun

v beaodpobua xunepriencus
v’ xeMonmoe

v c@rpulmnale
v’ amereKmasa

v QeKQOMNEHCUPAHA OUXAMEANA
v beaoopoben abeyec ChplenHa HedOCHanBUHOCH!

‘/WBPWH UBAUS, eMitUeM

v HHe6MOMOpPaKs

/(mepzuum EPOH{OT{)MMOWHG acHEPZUAO3 A

Kﬂuﬂlﬂtﬂd ussiea na M_y&oeucguamama
U36DH awcameﬂuama cucmema
v MEKOHUYM UAZYC

Y XUNOMpPogu A, U30CHABAHE 666 PUIUUECKOMO U
nybepmemnomo paseumiue

v nwporanc na pesmyma

v zacnipo-esogazearen pegayxe
¥ MEKQHUYM-UALYC EKGUBAALHNIIL

v MemabOAUMHA GAKIAOIA, XUHOXACPEMUS, XUHOHAMPULMIU

v’ peyudusupauin naHKpeamumi
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gﬁeuomlmua u3aea Ha Myﬂoaucy,uaoaama
U36DH auagamenuama cucmema

v XOALAUIUASD

v MyKpeucuu0oaHo uepHodpobuo sacaeane (CFLD, Cystic
FibrDis Liver Disease), eKA. i uepHoOpobHa uuposa

v HOPHIGANG XUnepmencust

v’ sapuyu 1a xpanonposoda

v CUHOpOM Ha ducmaina upesna obempyxuus (DIOS, Distal
Intestinal Obstructidn Syndrime

v MyKosucuudoaen saxapen duabem (CFRD, Cystic Fibrids
Related Diabetes)

v apmpum, ocmeonoposa

v cmepuiumen u up.

BoAHUMNHO AcHeHle

Hama obocobena camocmosmeina KAUHYMHA Tbmexad -

HYAKHOMO MYAMU-OP2AHHO ACUHECHUE €
- Ha nape

(Mo KAUHUMHY WomeKy cnoped HaAuMHIme 8 boAHuLAmA
CHEUUAAUCTILE — HYAMOAO3H, 2ACHIPOCHMEPOAO3 L,

eHOOKPUHOAO3M U 1. )
- CKBIO, HeOOPUHAHCUPaHO

- HEAMPAKRMUBHO 34 b'wmug,ume

Ducnancepnomo nabarodenue na M bornume -
Y wac e npu Auunua rexap !

/Aenenuemo na M e 365 Onu 6 2z00unama !!!/

- KoaKo u Kaxgu uscaedsanust ?|
- KoaKp nanpaeienus 3a cneygudaucm ?/

- 3a KoAKO cheyudAucmy ca my Heobxoduamu ?!

I eerocuneda u monaama 600d
ca omoasHa OmKpumu 11!

Wlw(oaucu,uaoanu HeRnnmpose

- 3a duaznosa,
- 3a npocaedasane,
- 3a ambyramopro /bornunno/ reuenue

-3a un_:ﬁopmay,uﬂ U cpasHenus - pecucimovp

x5 | Standards If care fr patients with cystic fibradis:
e lbrosi A Gurdpean cIhseisus

Kerem €, Chyway S, EffDrn S, Heijerman H fTr
the Cisensus CDumitice

JDernal If Cystic FibrDis 2005; 4: 7-26

® Munumaren bpoi M boanu 3a paskpueane ua Uennvp

® Munumaren exy, Poxgsodunes, obopydeare,
opeanusauns Ha pabomama

® Jlepuoduunocm 1a wpocaedssane na boanume

® Pezucmvp - napamempi

* A BurTpean cusensus fI¥ the svalua i and man adetient Tf infants with an equivRal diagnBis
_fTERving newbdm screening FI¥ cystic fibrDis

S.9. Mayell, A. Manck, 7V, Craig, 1. Sermet, K. G. Brwndee, M.J. Schiwarz, C. Castellans, KW,
SDethem. On behalf Tf the Eurdpean Cystic FibrDis SRiety Neuatal Screening Wikking Griep
FDemal OF Cystic Fibrdiis 2009; § . 71-78

& CDrsensus Dr the use and interpretatiln Of cystic fibrDis nutatiiy analysis in chiical practice
Castellani C, Cuppens H, Macek Jr M, Cassiman JJ, Kerem F, Durie P, Tullis E, Assacl BM,
BBbieri C, BrPon A, Casals T, Claustres M, Cutting GR, Dequeker &, DBige T, DDA I, Farrell
@, Ferec C, Gl E, JTRanness M, Kerem B, KnBvles M, Munck A, Pignatti PF,
RadfikPic D, RizzBEF, Schivarz M, Stulrtann M, Tzetis M, Zielenski J, E6Im J§
Foemal If Cystic FibrDis 2008; 7: 179-196

=7
¢ Infialed medicatiB and infalatiBy devices f¥ fing disease in patients with cystic fibiDis: A
Eurdpean eBusensus
H. Heifermann, B. Westerman, S. COway, D. TDew, G. Doring f1¥ the chusensus wrking griip.
IDernal T Cystic FibrDis 2009; & 295-315

¢ IntranisatiB in the cnrrent managenent If cystic fibridis patients

Anne Malfr@B, GeDgid Adam, Oana Cifu, Gerd Doning, Christiane Knday ABs B Lang,
Pierre Van Damine, 15i Dab, Andreww Bush fIr the Eurtpean Cystic Fibrdis SDiety (ECTS)
Vaccinatib Grbip

JDumal Tf Cystic FibrDis 2005, 4: 77-87

& Chinical Trials in Cystic FibrDis

Diring G, EL6Dm 75, TikannessTy M, de Juge H, Griese M, Sutyth A, Heijerman 3 fIr the
CBisentsus Study Grup

FDumal If Cystic FibDis 2007, 6 85-90

Cystic FibrTyis in the UK - Current Cusensus DDuments

* Standards @f Care and GO Clinical Practice fTr the (Pﬁvsi@ﬁempv
Management stic Fibriyis. Sectud editith. June 2011,

& LabDatDry Standards fB Pridessing M iCT@i@iCd[ Samples friv Pedple

with Cystic FibrDis. First editiin. September 2010.

+ _AntibidVic Treatment fiy Cystic Fibriis Third edititn, May 2000
Methicillin-resistant StaphyfRBcus aurens (M ] i£2004.

+ Bdve Mineralisatidi in Cystic FibrBis. February 2007
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M=

ECFS
PATIENT REGISTRY
REPORT
2007 paTA

P

&l

LS

Number of patients reported by each country

country abbreviation n
Austria (A) 116
Belgium* (B) 1052
Bulgaria (BG) 95
Czech Republic* (C2) 502
Denmark* (DK) 447
France® (F) 5147
Germany* (D) 5039
Greece (GR) 121
Hungary* (H) 572
Israel (L) 507
Ttaly ()] 774
Netherlands* (NL) 1113
Portugal P) 116
Republic of Belarus (BY) 145
Slovenia (SI) 50
United Kingdom*”~ (UK) 4408
total 20204

Q;MZOaclpﬂ 3d BHUMAHUCHLO
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EBponeiicku KOHCEHCYC
3a AMarHosa u nevyeHue
Ha 6onect Ha YUNCHH

MNpo¢. Nioamuna Maresa

Clinical Practice Guidelines BEASL = [Weearolony

EASL Clinical Practice Guidelines: Wilson’s disease

European Association for the Study of the Liver®

2
5
=
3

Sumemary

s T
tions are based on 3 systernatic ke
(PubMed wersion) Embuse

bra

Clinieal presentation

The most mmon presentations are with iver discise of ncur
psychiatic d sturbinces Asymptomatic patients are most cften
ctected by family screenng.

tions dealt with in these guidelines. The ewalution is mostly

bused on large case series which have been reported within e Age ar snset of symptoms.

st decades.

2011 Eurepean Assaciation for the Study of the Liver Published  Wilion's dicease may present sympeomatically at any age
by Elsevier BY. Allrights reserved. although the majority presents betweenages 5 and 35. The youn:
Introduction decade, cither with beputi

u HaCHEACTBEHO 3abonsBaHe no uenma CBAT

» [lHec yecToTaTa HapacTBa

= HapylweHa (HamaneHa) eKckpeLus Ha meg, ¢
XabUKaTa
" OCHOBEH NbM 30 oMmadenaHe om opeanusma
* HaTpynBaHe B YepHUa Apob 1 MO3bKa

Bonect Ha Wilson—HaTpynBaHe Ha Meg B
TapreTHUTE ThKaHu

» MyTaumm B ATP7B reHa B xpoMo3oma 13

* Koampa cvHTe3a Ha crelyuduuHmsa TpaHcMemMbpaHeH
Bentek- P-tun ATQa3a B - B anapata Ha GolgiHa
xenaTouuTnTe
MpeHoCUTEN Ha MegHMA HOH KbM MKABYHWTE KaHa ueTa
M MHKOPMOpWpaHe B ano-LepynonnasMmnH 3a cMHTesa
Ha GYHKL MOHa IeH LiepyaonaasMiH

YectoTa Ha MyTauuaTa 1/90—150 Bb3pacTHW ikLa €
HeBpPOAOTrMYHK CUMOTOMM | > 1f 30,000

" > 500 ONKMCAHWU MyTal1i: 380 CnoTBbpaeHa
naToreHeTu4Ha pond

YepHoapobHo 3abosnsaHe
BCAKa popma = Bespact
*  HEBPO-NCMXMATPUYHI HAPYLIEHA

LIMPOK CEKThP OT HEBPOAOTYHY,
NOBEAEHYECKN U NCUXUYHK
HapylweHus

3abonnaBane BbB BCAKA Bb3PacT
Har-maaamat naumeHT cHU -3,
Hal-BB3pacTHUTE - Bo-Ter.

MoBeveTo mexay 5—35T.
QK00 3% - M3ABa CARA 40T .

MpeteH Ha Kayser—Fleischer

= Qctpu enuzogu Ha Coombs (-}
XEMOJUTUYHA aHEMUA, CBBP3aHK €
O4H + OBH

Apyri pesku U3Asu

= Be3cuMnTOMHO
= /loKa3sBaHe npu cemeeH CKPUHUHI

. OT HeCcMMNTOMHO - 40 AeKOMNEHCHpaHa YepHoapotHa
LIMPO3a € YCNOKHEHWA

u I/I3onv1paHa cnaeHoOMeraand - HegMardocTumpaHda l'|L||C
nopTanHa XunepToHWA

. OX + OYH - dyAMmuHaHTHa bonecT Ha Wilson
= M3kntousaHe Ha Gonect Ha Wilson — npu eemukn Y3

L] HeBpO,"IOI'M‘-{HO nicnepaHe

EaBa gosoenmn 6esesn, MHTEPMUTEHTHO, C MHOTO Gbp30 pasBuTHE
A0 MbAHA VHBAAWAKM3IAUMA 33 HAKO/IKO MECELa

Braocse HeBpOAOT M4HN NPOABK:

(1) AKMHETHUHO-PUT M EH CMHZ pom, MapKkuHcoHono aober

(2) Ncesaockneposa cnpeobaagaeare Ha Tpemop

3) ATakcws

&) AncTonns

B MHOro cayqan — TPy 4HM 3a knacudrympaHe 6enesu , noeede ot
€4WH , C pasuYHa TeXecT

KaunnyHo Hegoaeenmo U3, ¥4 - HanpeaHana ¢pubposa n Ul
*  J1aBopaTOpHA U MHCTPYMEHTAHM U3CAE BAH MR

Yuupuyupara ckana 3a epadupare #a 6onectta Ha Wilson (Unified
Wilson’s disease Rating Scale, UWDRS)

= [TCUXUYHM OTKNOHEHWS — HecTu, 1/3 —MbpBa
n3ABa

KorHUTHUBHM HapyLieHUs, 3ocTaBaHe,
AemMeHuun

Hesposa

MpomeHn B NMUHOCTTa

Henpecus

Mcuxosa

MapaHos, wusobpeHonoAobHW NposEN
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OTnaraHe Ha meg B membpanaTa Ha Descemet B kopHenTa
HeBponorniHmn cumntomu - 95% (+), Y3 - 50% (-)
= Jeuz c 43 - 0bUKHOBEHO AMNCBa

= "Slit-lamp” (TeceH 0TBOp) U3CNEABAHE OT ONUTEH
CneLManmucT
= HecneyudmueH bener
- (+) NpU XpOHMYHa XoaecTasa , BKAKYNTEAHO HEQHaTaHa
= Jlpyra psgka o4Ha npomsHa: “crbHYoraegonoaobHa”
KaTapakTta
" OTAaraHe Ha Me4 B LEHTbpa Ha AewuTe, “slit-lamp”
uscnejBaHe

= [MraHTH3bM, U30CTaBAHE
= BbLbpek

" aMUHOALMAYPHA, XMMEpKaALUMypus, HeGpoanTHa3a,
HedpoKanLMHO3a

= KapanomunonaTtumsa

= MuonaTus, XOHAPOKaNLNHO3a, OCTE0aPTPUT
= XuMnonapaTtmponansbm

= [laHkpeatuT

= Beznnoaue, abopTu

QaranHo 3abonnsane 6e3 nevenne

Mpuunna 3a cmopr -43

" PAKO —OT YCAOKHEHUA TA HA MPOFPRCUEH O HBEPOIOTUUHO 3aBonABaHE

XenaTopHaTa Tepanya v 4epHOAPOBHATA TPAHCNAGHTALIMA YA bAKABAT
NPEXMBAEMOCTTA /0 HOPMA/HATA, HO CMBPTHOCTTA HE @ NPOCIeAABaHA
NPOCNEeKTHBHO

= [IpexrBAgMOCT — 3B1MCM OT TEXECTTaHA Y3 1 H3, 1 yCnOXHEHUATE OT AYEHMETO

Hopmanka 4eprogpobra gyHKuMs - 1=2r. 0T neueHneTo Npu KomMnercrpana YL, ce

nocneaga ot crabrausmparo sabonseare bes NPOrpacks NPr CUCTEMHO NeveHne

Me/1KaMeHTO3HOTO feyeHue — paaKo edrekTusHo npiu QYH (HeobxoauMO e Bpeme 33

M3BAWYAHE Ha TOKCUYHATa M@4 OT OpraHMama)

= Cnopes NPOrHOCTAYHIAR WH AeKe Ha Dhawan et al, ckop > 11— daTanen u3xog 6e3yepHagpobua
TpaHCnAaHT AL

Npu HEBPONOrUYHA 13ABA — NO 406pa nporHosa, ocobero npr Aeko Y3

HEEIPOI'\UFVWHVI CUMNTOMM —4aCTUYHO Bb3BPaTUMK OT SI@4EHUETO, MOraT Jace

BAIOLIAT NPK 3aN0YBAHETO 1

1 o 3 4*
Serum bilirubin ~ 100-150  151-200  201-300  >300
(pmol/L)

AST (U/L) 100-150 151-300 301-400 >400
INR 1.3-1.6 1.7-1.9 2.0-24 >2.4

WBC [10°%L] 6.8-8.3 8.4-10.3 10.4-153 >153

Albumin [g/L] 34-44 25-33 21-24 <21

*= score points, upper limit of normal for AST =20 IU/ml (at King's College). A
score =11 is associated with high probability of death without Iliver
transplantation.

= Hama eauH cneuuduryeH TecT

= KOMNAeKCHa AMAarHo3a

= Hafa3aTa Ha KOMOWMHALMA OT TECTOBE, OTPA3ABALY W
HapyLleH MeTaboNM3bM Ha MeATa

= PYTUHHU TecToBe — baIMBO NO3UTUBHK MAW HEFaTUBHK
npu Bb3PacTHKM ¢ 43

= JluarHoctnueH ban

= Working Party at the 8t International Meeting on Wilson's
disease, Leipzig 2001)— pofpa grarHocTUYHa TOMHOCT

= VI3K/I0UBAHE HA APYra NPUYMHA 33 YepHOAPOGHO,
HEBPO/IOTMYHO AW NCMXMYHO 3a60/sBaHe

Test Typical finding False “negative’ False “posiiive

Serum ceruloplasmin Decreasec by 50% of Normal levels in patients with marked nepatic inflammation Low levels in:
lower normal value  Overestimation by immunclogic assay - malabsorption
Pregnancy, estrogen therapy

- acerulopiasminemia

- heterozygotes
24-hour urinary copper  >1.6 wmpli24 h Normal: Increased
0.6 pmel/24hin  -incomect collection - hepztocellular necrosis
children - children without liver diszase - cholestasis

- contamination

Serum ‘ree” copper  >1.6 pmollL Normal if ceruloplasmin oversstimatad by immunclogic assay

Hepatic copper >4 umolg dry weight  Due to regional variation Chelestatic syndromes
-in patients with actve liver disease
-in patients with regenerative nodules
Kaysar.Fleischer fings ~ Present Absent Primary biliary cirthosis
by slit lamp ~inup fa 50% of patients with hepatic Wilson's disease
i -inmost ic sitlings
674 Journal of Hepatology 2012 vol. 56 671-585

Typical clirical symplorns and signs Oher lests
KF rings Liver copper (in the absanca of cholestasis)
Present 2 >5x ULN (>4 pmolig) 2
Absent 0 0.8-4 pmal/g 1
Neurologic symptoms™ Nommal (<D 8 pmolig) i
Severe 2 Rhodanine-positive granules® 1
Mild 1 Urinary capper (in the ahsence of acute hepatitis)
Absent [y Normal 0
Serum ceruloplasmin 1-2¢ ULN 1
Nomal (~0.2 g/L) ) >2x ULN 2
0.4-02 gl 1 Normal, but >Gx LILN after D-peniclizmine 2
<04gL 2 Mutation analysis

Coombs-negative hemolytic anemia On bath chromesomes datected

On 1 chromosome datacted 1

Present 1
Absent o No mutations detectad [
TOTAL SCORE Evaluation
4 or more Dizgnosis established
3 Diegnosis possible, more tests needed
2orless Dizgnosis very unlikely.

I no quantizatve liver copper avallable, ~or ypical abnormalitles at brain magretic resonance imaging, KF, Kayser-Flelschar; ULN, upper Imit of rormal.
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Typical clinical symptoms
(extra pyramidal symptoms, KFR, CPL)

v
‘ Score 0-1 | |Score 2—3| | Score 24 ‘ Diagnosis
established
t—
Urinary copper| |Urinary copper
>1.6 pmol/d* >1.6 pmol/d*

Mutation analysis

‘ >4 uymol/g

-

*In children the cut off can be lowered to 8.64 Imol/d.

Hepatic copper

Normal or <4 pmol/g

CEPYMHA MEJ, CBOBOAHA ME],
* Hamanena = /lMarHo3aun npociesnBare Ha edekta oT
* BK/KOMEHA B LepyIONAa3MMHE — fevernero

OBKKHOBEHO HaMa/IeHa
NBOMODI}HEHAHG + b Capyra KostienTp Ha egTa oG/
(capyMHa Mg ImolfL ¥ 63.5 = CepyMHHa Mea B

|QALY — UepyAonAa IMuH -CERpIaH Me,
(LepyAonAAIMaH B m’glL A 3,15 = L@ yn onA aIMaH
~cemp3aa mea s |

uepyaonaasmnHa

= HopmasaHa
. pMTE)KKOHEpHDApDGHO .
AaHe K.

MoBrweH
Z g 7N W
e HBMCMMO oT LLE inDFIJ'IaEMMHa

= TPy HeneKyBak NaLuenT - > 200 Ig/L.
= NprOHH, Mpu pOKM4HE XonecTaza
= MpruHTOKCAKA MR C Me.

= [loBuweHa
* 3HaunTesHe npu O4H - Wilson — .
rosmMo oCTpo CBOGO)KABBBHE oT
4epPHOAPCBH MTe 3anacK
* Xojecta3a, ,qp%rm 4epHOAPOGHK
3aboanBaHs; MHTOKCMKA s

Mpob6.remu CBBP3aHM € TONHOCTTA Ha
METOAMTE 33 ONPEAENAHE HA CEPYMHATA
Me/, 1 Ll epy/1oNasMiH.

Mo-roasma CTOMHOCT NpK
MOHWTOPHpaHe Ha TepanuATa,
OTKOAKOTC 33 AMarHe3aTa Ha Wilson

Hapg 25 pmol /24 4. ypuHa

CTaHAapTV3uUpaH TecT Npu gela

= 2x 500 Mg D-penicillamine nepopanHo (8 Haya/10To Ha TeCTa M OTHOBO
cnef, 12 4} - 244 Kynpyypua

Moske d)aJ'ILIJl/IBO HeraTueeH WAW NO3UTUBEH pPe3ynTaTt

I'Ipw Bb3PAacTHW — He Ce NPenopbYBa KaTo AMarHoCTNYeH
TECT

= Pa3/MyHu 403U W BpeME Ha Ha3HauaeaHe Ha D-penicillamine

YepHoapobHa 6uoncus

= [Npy cbMHEHMWe 3a CBMbLTCTBALLE YepHOAPOBHO yBpexXdaHe

» Xuctonoruunu benesu npu Gonect Ha Wilson
= (Crearoza—-A/4 HACX
= AX
= Ourbposa, 4L, -50%

= QYH —KoAanc Ha NapeHxMa, XenatouenynapHa gereHepaluus,
anonTosa

» OuBeTABAHE 33 Meg
=» HeratWsHa peakura He OTXBBLPAA AMardo3aTa

L} E."IeKTpOHHa MWKPOCKONUA

" HapyLIJeHMH B MUTOXOHAPWUTE-AWNaTaUUA Ha KPUCTUTE, BKAIOUBAHWA
= SlU3030MU —MBTHU OTNEraHus

MPT/KT Ha MO3bK - CTPYKTYpHW NpomeHn B BasanHuTe
FaHrAUK 1 APy obnacTi

MPT — no-4yBCTBUTENEH METOA

MpomeHu — npeAu NosiBaTa Ha CUMMITOMUTE

Apyrv nsobpasuTentu NscaeABaHUA — PaHHU MOSbYHM
npomeHn

= MP cnekTpockonua

" &jMHUYHE —poToHHO-eMMcHoHHa CT (single-photon emission
CT-5PECT)

= TpaHcKpaHWaAHa MO3LYHO-NapeHXMMHa coHorpadms (TCS)

EBokuMpaHn noTeHLMa m — cTeneH Ha $pyHKLMOHANHO
HapyLeHWe U nogobpsBaHe oT edeHUeTo

= [lnarHosa
= TAD/ obw GUAMPYEUH <4
= ACT/AAT »2.2
- CHeLI,VIq)I/IHHOCT W YYBCTBHUTENHOCT 100%

=+ Apyrv 6eae3un v CUMNTOMM XapakTepHy 3a 6oaecT Ha
Wilson

CKpMHMHI’ - BCUYKK DOAHWHK OT MbpBa JIMHWA HA BCekKKH
HOBOOTKPUT Gonen

= 3auscnefBaHe Ha u3secTeH MeH

JlnarHozata ce JOKa3Ba NPU OTKPUBAHE Ha FreHeTHYeH
AedekT
= CYGINMHUYHUW MalMeHTH

CaMo reHeTHUYHOTO M3cAeBaHe MOXe Ja YCTAHOBM
XeTepo3nroTHUTE pOACTBEHULM

MEAVNKAMEHWN

‘ ‘ NOBEAEHWE NPV BPEMEHHOCT

[ o]

L} ,ﬂ,o3a M HaYMH Ha NnpneMaHe —

XEI\ETOEVI NoBHLWIaBaT
Bb3pacTHW K fela

QTAS/ALSTO Ha
D- pemd el\7
Trienting (rr/et lene tetramine
dihydrochloride / 2,2, 2-tetramine)

u OLI,EHKa Ha eq)EKTVIBHOCTTa
= CyporatHW MapKepH, KJMHAYHW
1 1abopaTOpPHK NpOMeHN —
Bpeme 3a NpoMsHa
= Mapkepw 3a nnca Ha
CBTPYAHWMECTEBO

n

. V]HAVKLIMGI Ha MeTaJOTUOHUHUTE
EHTepPOUUTUTE - dm»(wpaHe
Ha YpeBHaTa a6c0p LUA Ha

Meq
Zinc (sulphate, acetate,
gluconate)

ExcnepuUMeHTanHo neyeHue

- OFPEHVNEH KAVHWYEH OMT

» Tetrathiomolybdate /Dimercapraol
BuTamuH E JcUMNTOMaTUYHO

= [MoHOCUMOCT M CTPHUYHK
edekTH

YepHodpobHa TpaHCNAaHTaLMA

Cpe/iHa NPex1BABMOCT - 2.5 T, HAW-T0/1AMA NPEXMBABMOCT C/1e/, TPAHCNAAHTALIMA -20 T
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= Bonect Ha Wilson Tpsbea a ce noAo3upa npu
BCUUKM MaLUKEHTU C AaHHK 3a YepHoapobHo
3abonsiBaHe MK HEBPO-NCUXUATPULUHM
HapyLUEHUWSs C HEACHA NpUYMHa.

L B'b3paCTTa HE MOXXe Ada 61;,a,e OCHGBaHMKE 3a
OTXBbPAAHE Ha AMAlrHO3aTa 6onecT Ha Wilson.

» GRADEIl-2, A, 1
= AASLD Class |, Level B

= Bonect Ha Wilson Tpsibea aa ce 0b6cbxxAa npu
BCEKM NALKEHT C HEACHO YepHoApPobHO
3abonnBaHe B KOMBUHALMA C HEBPOSOMUUHM
MU NCHUXUATPUUHK HAPYLIEHUS

= GRADEIl-2, A, 1
= AASLD Class |, Level B

® [pbeTeH Ha Kayser—Fleischer Tpabea ga ce Topan
¢ "Slit-lamp"” n3cnegBaHe oT ONMTEH CNELMaANCT .

» JlvncaTa Ha npbcTeH Ha Kayser—Fleischer He
M3K/IOYBa grarHosaTa bonect Ha Wilson, gopu
NpW NaLMEHTH C BOAEBLLOW HEBPOJIOTMYHO
3abonsBaHe.

» GRADEIl-2, A, 1
» AASLD Class |, Level B

= OLEeHKa Ha HeBpPOJIOTMYHOTO 3aboasBaHe n
M306pasnTesIHO U3UIeBaHe Ha MO3bKa, €
npegnounTtaHe Ha MPT, TpabBa ga ce obcbxga
npeAn Ne4eHNeTo Ha BCUUKK NaLUeHTU C
HeBpo/iornyHa $popma Ha bosect Ha Wilson

W Tpabea fa 6bAe 4acT oT M3cseBaHaTO Ha
BCEKM NaLVEHT C HEBPOJIOTUYHK COMMTOMM
CbBMecTMMK € GoecT Ha Wilson

GRADE II-2, B, 1

AASLD Class |, Level C

= HamManeHuTe H1BA Ha CepyMHUS
LepynonnasmuH Tpabea Aa ce npUemMaT KaTo
J0Ka3aTpesICTBO 3a AMarHo3aTa Ha HonecTTa
Ha Wilson.

= [paHUYHUTE CTOAHOCTU U3UCKBAT
JAOMbJHUTE/HO U3C/NeABaHe.

= HopMmaseH cepyMeH Liepyncnaa3MuH He
OTXBBLPAsI HEWM3BeXHOo AuarHozaTa.

= GRADEIl-2, A, 1

= AASLD Class |, Level B

= Hanuuue Ha baszanHa 24-4 Kynpuypua > 1.6 pmol e
XapakTepHa 3a CUMMTOMaTUYHMTE NaLUeHTH.

= [pu geua € NeKO YEPHOAPOGHO 3a6onfBaHe
6a3asHaTa 24-4 eKCpeLMa Ha MeATa B ypUHaTa
Moxe Aa 6bge camo JleKko NOBULLEHa M AOPU B
HOPMasIHM CTOMHOCTH.

= HaMafeHWeTO Ha FPAaHMYHATA CTOMHOCT A0 >0.64

pmol/24 4 Mmoxe aa e non3a 3a OTKpUBaHe Ha

6e3CMMNTOMHM NALMEHTU, HO € CBbP3aHO C

HaMa/JIEHUE Ha YYBCTBUTE/IHOCTTA U NPUNOKPUBAHE

C NauMeHTH C ApYrv 4epHOAPODBHM 3abonuBaHus

GRADE II-2, B, 1

= AASLD Class|, Level C

» ChabpXaHWe Ha MeZ, >4 Umol/g cyxo Terno
YepHOZpobHa TbKaH & € BaXHO ANarHoCTUHHO
3HayeHKWe 1 TpAbBa fa ce onpegens Npu wiyvan
MpY KOWTO ZiMarHo3aTta e HecuMrypHa 1 npy no-
MA3AM NALUEHTH.

= [pu HenekyBaHW NaLKMeHTH, HOPMaJHOTO
yepHogpobHO ChabpiKaHKe Ha Meg, (<0.64-0.8
Hmolfg cyXo HTerno) NoyTH BUHarM M3KJ/K4Ba
AnarHosata bonect Ha Wilson.

= GRADE I, B, 2
= AASLD Class |, Level B
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MN3cnesBaHe Ha MyTaumm cbe cneundmyHmn
aneAHN Npobu UK LANOCTEH FreHeH aHa u3 e
NMOHACTOSLLEM Bb3MOXHO WM HAJIUYHO.

CneymdryHOTO U3CNeBaHe Ha YCTaHOBEHA
MYTaLl Vsl MM XanaoTuneH aHaaus Tpabea ga e
OCHOBHUWAT METO, 338 CKPUHWHT Ha
POACTBEHWLIUTE OT MbPBa JMHUA Ha NaLMEHTUTE C
6onecT Ha Wilson.

GRADE ll-2, B,1
AASLD Class |, Level B

= [TbpBOHA4YaAHOTO NleUeHUe Ha
CUMNTOMATHUUHKUTE MauueHTn c 6onecT Ha
Wilson Tpsibea Aa BKAOYBA €AMH XenaTop
(D-penicillamine nau trientine)

= Trientine Mmoxe Aa e ¢ no-206pa NOHOCUMOCT.

= GRADEIl-1, B, 1
= AASLD Class |, Level B

= HasHavaBaHe Ha Zinc MOXe Ja e NbpPBo
CpeACTBO Ha M36op NpY HEBPOJIOTUYHM
naumueHTH

= GRADEIl-2, C, 2
= AASLD Class Il, Level C

= fleyeHMeTo Ha NPECUMNTOMATUYUHK NallUEHTU
MAN TE3U C HEBPOAOTUYHO 3abonsBaHe Ha
noAbpPXalla Tepana MCXE Ja Cce U3BBbPLUBa
C XeNnaTtop nan c zinc

= GRADEIl-1, B, 1
= AASLD Class |, Level B

= JleyeHWETO € A0 XUBOT U He TpsbBa aa ce
npeKbCBa, OCBEH KOraTo ce nposeje
yepHoApobHa TpaHcnaHTauus

= GRADEIl-1, B, 1
= AASLD Class |, Level B

= [pK NpUnGKeHUe Ha zinc e Heobxo4um
BHUMaTeNeH KOHTPO/ Ha TRaHCaMMHa3UTe U
CMSIHa C XeN1aToP NPU NOBULLEHKE Ha
eH3NUMUTE.

= GRADE Ca
= AASLD Class |, Level B

= MauueHtnTe TpsibBa fa U3bArsaT xpaHU 1
BO/a C BUCOKA KOHLEHTPaL WS Ha Mej,
ocobeHo npes nbpBaTa roAMHa Ha
NedyeHneTo.

= GRADE Il-3, B, 2
= AASLD Class |, Level C

= [ayMeHTUTe c ocTpa YepHoApobHa
HeAOCTaTbYHOCT CBbP3aHa ¢ bonecT Ha
Wilson Tpabea aa ce nekyeaT c yuepHogpobHa
TpaHcnAaHTaL s NpyU MPOrHOCTUYEH MHAEKC
(moaunduumpaH King's score) = 11.

= GRADEIl-2, B, 1
= AASLD Class |, Level B
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= Al UeHTUTE C AeKOMMNEHCMPaHa LIMPOo3a,
HEeCTrOBOPU/IL Ha XeslaTHO sleyeHue, Tpsibea
aa bbaat HaBpeme obcbXAaHK 3a
uepHoApobHHa TRAHCNAAHTaUUA.

» GRADEll-2, B, 1
= AASLD Class |, Level B

= J/leueHueTo Ha 6onecTTa Ha Wilson no Bpeme
Ha BpemeHHoCT Tpsbea ga bbae
NpoAb/KEHo, KaTo ce NpernopbyBa
HamaneHue Ha fo03aTa Ha D-penicillamine u
trientine.

= GRADEIl-3,B, 1
= AASLD Class |, Level C

» HeobxoAMMO e pyTUMHHOTO NpocsielsBaHe Ha
nayMeHTUTE @ Ce M3BbPLUBA PEJOBHO, NMCHE 2
MbTW FOAMLLIHO YPES ONPEALNAHE Ha CEPYMHMUTE
HMBa Ha MEeATa, L,epyJ/1on/lasMmHa,
yepHoapobHUTe eH3uMK, INR, GYHKLMOHAAHUTE
napamMeTpu, MbJiHa KPbBHa KapTHUHa 1 aHa/IM3 Ha
ypWHaTa, KakTo 1 pU3NKaNHO M HEBPOJOrMYHO
nscnegBaHe.

» GRADE Il-2, B, 1
= AASLD Class |, Level C

u OI'IPEAEHHHE Ha 24-4aCoBaTa eKcpeund Ha
MEATa B YPUHaTa Ha ¢OHa Ha Tepannda 1 2 AHU
c1ed NpEKbCBAHE Ha TEpannATa Tpﬂ6Ba dace
M3BbpPLBa NOHE BEAHDBXK FO4MLUHG.

= OnpegensHe Ha CEPyMHaTa He-Lepy/1oniasMmH
CBbp3aHa Meg, e APYrUAT NOAXOASAL NapaMeTbp
3a KOHTPOJ1 Ha TepanunATa

» GRADEII-3, B, 1
= AASLD Class |, Level C

e

S ‘;LHF ;a ik
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MbpBUYHU UMYHOAePULUTU —
npeau3BUKaTeNCTBO 3a
6barapckute MMyHON03MU

MNpo¢. Enncasera Haymosa,
Mpod. MapuaHa MyppaKesa

nna

O XeTeporeHHa rpyna Ha BELTPEWHH, FreHeTHY Ho
obycnoeenn gedrekTH Ha MMYHHaTa CUCTEMa

O Pepkn cbeTosHuA

O KNMHHYHMK 0coGeHOCTH - MoBULUeHa CKNOHHOCT KBM
WUHeKUMUN C NocneaBaLlo 0CTPO, PEKYPEHTHO WU
XpoHWU4HO 3afonsBaHe. MHdekUMUTE ca C:

W BUCOKa YecToTa

B HeoOMYaHHM MHGPEKLMOZHU NMPUUMHUTENH

B HeMbAHO 03APaBABAHE MEXAY NepUoanTE Ha 3apassBaHe
W HeafeKBaTeH OTrOBOpP Ha NeveHne

3awo npeacragame

“MNMALO e choKkyca Ha GpArapckara

WMYHONOruA"” B TaznW ayaAUTOPHA?

I ‘\r
\ Hali-vecTaTa nposisa Ha N ca
MH(EKLHHTE:
- YWHA
- 6enogpotHu
- racTp OUHTECTUHAHMW
- KOXKHU

OApyru KIMHUYHN HIABK:
- aBTOUMYHHU 3a00ABaHNAA
- MasMrHeHu npouecu

NMUJ ca He caMo MMYHoNoOrHYeH npoGnemM!

T TACHA P My UMyHOJ103M, nepuaTpu, YHI,
ny ; FACTPOGHTEP ; ASPMATONO3 U, XCMATONO3MU, OHKOMNO3U,
reHeTHLUH, MAUNCHTH, ARMHHUCTRATOPH...

MpewkaTta, KOATO MOXeM Ja AOMNycHeM
npn WMHTepnpeTaLlUATa Ha MNOBTapAllM Ce

TeXKW  HACTUHKW, OTUTM,  CHUHY3UTH,
MHTECTMHaNHMW NPoBieMn 1 APYIK e
aa He aAvnarHocTtuuyupame

ckput gecuumMT Ha MMYHHaTa
cucremMma.

Ha npakTuka nexkapute nekyBsaT Te3W UHDeKLUU
C NOBTapALWMU ce aHTUBMOTUYHW KYPCOBE C Manbk
edeKT M Taka NponyckaTt nognexaluarta npuymHa.

Benuko TOBa AoBexaa Ao counanHo
MKOHOMMW4YeCKN nocnegnuun.
-34PAaBHOQCUTYpUTENHATa cucreMa npasu

HeoDOCHOBaHM PpasxogM 3a JiedeHue Ha
CUMATOMUATE WU HeCTUTe XOCAUTanMUzauuu.
BE

- AeuaTta OTCeCTBAT OT yHUnulle
- BBb3PAaCTHWTE OTCLCTBAT OT paboTa.

Mpuenu4aHeTo Ha BHUMaHUETO

Ha obWecTBoTO, 0OLWONPaKTUKYBALLMTE NeKapu n
crneymnanucTute XeMaTonosu, nepuaTpu,
KNUHAYHU UMYHONO3N, OTONaPUHIoONo3MU,
anepronosu U ap., Kakto n H30K, M3 u gpyru
WHCTUTYUUM €  USKMIHYUTENHO  BaxHO  3a
nopobpsaeaHe Ha Auvardosara, paHHoTO
oTKpuBaHe U1 nopgobpsABaHe pocTbna Ao
ajiekBaTHa Tepanus Ha Aeuarta u Bb3parTHUTe
nnd, uquarto nporHosa B  MWHaNo >
necMMUCTUHHA. -

WHULUWUATNBHU

Ha Gb/IrapcKkuTe UMYHOMO2M BbB Bpb3ka c MU

1. Yuactue B J-project ot 2005r - koopguHaTop L.Marodi.
2. Yuyactne B HAENETWORK npoekr- 2005-2008r.

3. PafGorHa cpewa “Pegknte 6onectun BLB
cdhokyca Ha mMyHonornaTa’™ Mai 2010r., MNnoeaue

4, HAULMOHANMHA KOH®EPEHLWA NO NMYHONOIHUA
~MbPBUYHU UMYHOAEOULIUTU U ABTOUMYHUTET” - 10HKM
2012r., Liuros vapk

5. Kpbvraa maca “lepeuuHnte nMmyHogedHuyntn - peakn Gonecrn
BbB (hoKYCa Ha HMYHO/IOTMMHHTE EKCNEepPTHH LEHTPoBe
- centemepu 2012r., Nnosgne

2. Yyacrune B HAE net npoekr

Len - usrpaxaaHe Ha UEHTPOBE 3a AMArHOCTUKA W NeYeHne Ha
HAE

KoopauHvpaH oT Hungarian Angioedema Center, Eynanewa
OpraHusatopm — 0-p Henriette Farkas, O-p Lilian Farga

C yyacTvero Ha npeicrasurenn Ha WLIPBSIC-Nnoeaue, HMyHONosun
Ic_)IT MY-TNoBAMB 1 OTOPUHOAAPUHIono3n oT YMBAJ “Ce. Meopru”-
1oBAVB

Mo pvrkoeoacTeoTo Ha MLIPBJIC K € y4acTUeTO Ha UMyHOMNO3M,
nauuMeHTH U NpeacTaBuTenn Ha P30OK-MNnoeaue Gewe
opraH1usnpaHa Pa6otna c el a Hacnencrseﬂ armsoegemMm e
Mnoeaue Ha 20-21.06.2005
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3. Pa6oTHa cpewa

“Pegkute 6onectn BB pokyca Ha
MMyHonRoruara”

3. Pa6oTHa cpewa

“Peakute 6onectn BBB (poKyca Ha
umMyHonornata’” — PELLUEHUS

‘ Oee paGoTHU cecun:

1. OcHoBHUTE NpoGneMn B CTPaHATA BLB BPL3Ka C
PErucTpUpaHeTo, AWarHOCTUKATa U JISUSHUETO
Ha MUl kaTo peakn MMyHOMenMMpaHu
3abonaBaHua
AOKASAUALN
npogh. £. Haymosa,
npogh. @. MapruHosa,
Aacu. a-p 4. Monecsa,
Aa-p M. Cnacosa,
a-p Munes

2. AeitHocT Ha NpepcTaBUTEN N
Ha TCKUTE OpT
By &

H.

umy @ ™ N

Aur
oTeu Ctoun flazapoe, MopaaHka MNaenoea

29.05.2010r. & HosoTten-Mnoeane
opraHuzmpana ot BAKN v ULIPBEJICP,
B paMKuTe Ha flepsara  Hauwonanna
Koudepenyun no pegxy 6ornectu
e

1. Cbapasane na Haunonanxa
paboTHa rpyna no MU
{c npeacraButenn Ha BAKW, Bbearapcko
GOpYX€HWe Mo NeanaTpus, NaLneHTCKK
opraHusaunn) 3a
[ ] aKkTyanuinpaHe Ha KIMHWYHa NbTeKa
MTepaudHyn nMyHogeduunti;
MEgaGOTBaHe Ha aHKeTHa KapTa 3a
CbOMpaHe Ha JaHHW OT NauueHTH C
N0 33 BKAOYBAHETO MM B PEMUCTLP
3a NKA;
HOBBPWEAHE Ha perncTepa 3a MG

| ~Pa6oTtHa rpyna
npodp. E. Haymosa,
npod. ®. MapTMHoBa,
aou. A. Nonosa,
npod. M. MypaskeBa,
aou. M. Cnacoea
npodp. B. AnMutpos
oTey Cronn Nazapos

| | Woppnanka lNasnoea

3. Pa6GoTHa cpewa

“Pegknte 6onectn BbB poKkyca Ha
umyHonorunsrta” — PELLIEHUS

2. UzpaBaHe Ha
MOHorpadusa- ,
HapbuHuk 3a MU or ¥
BAKW Ha ocHoBaTa Ha

M3p360TeH KCOHCeHCyCeH
AnropuTsLM 3a AMAarHOCTUYHO U |

4. HaynonanHa mMyHonornyHa KoH@epeHUHs
C Me)XXayHapogHo yYacTne
“nMig n aeronmMyHnrter”

Ha 5 U1 6 loH1 20121, B LiMroB yapk

OpraHusupaHa oT
BAKH,
MY-Mnoepgme n
J-project

O HayuHarta nporpamMa —
TepaneBTUYHO NoBeAeHHe Ha bokycHpaHa BLpxy
MO ¢ uen npepocTaBsHeETO M cTanpapTHsMpaHe Ha
Ha OMN, uMyHonosn, anroputMnTe
3a AvarHocTuka u
neanatpu W Apyru NedeHune Ha N,
cAeUnanucTu.
YuyacTue Ha HZBECTHHN CNEeNATMCTH (MMYHO/103H, PESYNTATU LV’T
MHKPOOHOAOZN, NegnaTpPi, NYJIMOAIOZH, FTEHETHLH, OT NpPOBeASHUTE UHNLUHWATUBM \
COLMANHN MEANLN), NALNEHTH W NpefCcTaBuTeNn Ha .,
cdapmayeBTHUHATa MHAYCTPUS OT: A0 MOMeHTa. 5
* Bbnrapus —
npodcp. n-p E. Haymosa n npodp. a-p Mapra
BaneBa (YMBAN “Anekcanapoecka”, Codun)
npod. n-p ®. Maptunosa (YMEAJICM O OpraHusdpaH U pefoBHo U3BbpLBaH oT BAKA BOK Ha
~Mupores”,Codun) HWMYHOJIOTMYHHMTE NOKa3aTeNu.
npod. n-p T.Kautapmkues (HL3MNE, Codus)
pou. a-p /1. Monoea (BEMA, Codua)
nou. n-p 1. Kiopkuues O WzpaboTeHa aHKETHa KapTa C KpUTepud 2a cbBupaHe Ha
(YMBAM, Cs. 8. Prncku”, Cotrs) naumMeHTckn gaHHu ¢ MWL, KapTaTta e npegocraeeHa Ha
nou n-p K. Xanauesa (M®, TY-CT. 3arop | CReyUanrucTu-neadaTpu oT YHUBEPCUTETCKUATE KNUHUKNK,
npod. a-p Us UsaHos WMYHONOMM4YHNTe 3BeHa WU MalMeHTCKUTe opraHU3alnin.
aou.a-p M. Cnacosa
npod. a-p P. Creganos O Moans Ha MbPEUYHUTE MMYHOACHLMTH

npodr. a-p M. Mypaxesa (MY-Mnoeaue)
+®panums - a-p Capucine Picard
(LieHTep 32 MMyHoZeduumMTH, GonHuua Necker, Mapuxc)
+TepmaHua - npod. a-p Klaus Warnatz
(LieHTEp 33 XPOHUYHKM HMYHOAE PULHTH,
Ppaibypr)
sYHrapus —npod.
M® H

-p Laszlo Marodi

f)xa ce Perucrb
¢ Hag 100 naumeHTH B NUHWKaTa no KnuHu4Ha MMyHonorusa
B YMBAJ ,AnekcaHapoBcKa

Perucrpupanu c MM nauneHTn
o6w 6poii= 114 ot 2010 pocera

HosonoruyHa eanHuLa Bpoit JleueBHo 3aBegeHUe, KbAETO €
NaUMeHTH nocTaBeHa JnarHosara

OeduuuT ¢ npecbnagaBalle sacAraHe Ha aHTUTANoOBAaTa MNPOAYKLNA

Perncrpupann c MU naumeHTH

JNeueBHo saBedeHMe, KbAEeTO ¢
rocTaBeHa guarHosata

HosonornuHa eauHULR Bpoit

nayneHTn

Kom6uHupaH B 1 T kneTkY4eH UMyHeH AecyLnT

CHHAPOM Ha NepuoAnyHaTa Tpecka

PFAPA | 1 | YMBAN " Anekcanaposcka” rp. Godous

AraMarnoSyMHeMis 5 VYMBAN "Ce. Feoprut” rp. Mnosgus; Texbk kKOMBUHUpPaH UMyHeH 2 YMBAI " Anekcanaposcka” rp. Godpnst
YMBANCM "TMuporos”; AechuLuT Bes T U B KNeTki | ingupmanw/
CenekTrBeH AeuLuT Ha YMEAN "Cs. Meopm” rp. Mnoeaus; MHC knac Il gedour 1 YMBAI " Anekcanaposcka” rp. Godous
UMyHOMMoBYrMHo BuTe YMBAN " Anekcanaposcka” rp. Godma CuHapoM Ha Omenn 1 YMBA 'Ca. Meopru rp. MNrosavs
usoTUNoBe MBAT " Tokyaa Gonnuua Godoms”
IgA 12 Hedext BLB ParounTHaTa hyHKUMA
lgG 1 JedbeKkT Ha NeBKoLMTHaTa 1 YMEBAI " AnekcaHapescka” rp. Codona
06w, BapuaBuneH UMyHeH 10/ YMBAN " Anekcanaposcka” rp. Codusi; ajxesus
AecouumT 27 YMEAI “Ce. Meop” rp. Mnoeaus Apyru fobpe fedmHrpaHK nMyHo dech MLIMTHW CUHAPOMM
Aechuuut Ha perynaropHUTe NPoTeUHN Ha CHCTEMaTa Ha KoMIneMeHTa 22911.2 peneyuoHeH 2
CUHpOM
HAetbrumt Ha C1 UHXUBKTOP 76 - -
Xunep IgE cunapom 2 YMBAN " Anekcangposcka’ rp. Codpns

CuHApoMU acoummnpadu ¢ AHK cuynsaHua

AT | 2 |
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PE3Y/ITATU
OT NpoBeAeHNTE UHULIMATUBM
A0 MOMeHTa:

vy :
%

MNoAABLPYKAT c& KOHTAKTH € NAUNSHTCKMTE opraHn3auun 3a HAE
W BpofaeHy nMyHopedmunt™. MMyHON03N KoHCYATHpPaT
NALMESHTH M TEXHN POAHHHM oTHocHo MWL B WLLPEJIC-Ninoeane

AKTYanusnMpaHa KAMHNYHA MbTeka (Tep Y b

yurH,
npeacraeeHa B H3OK

W3paboTeaHe Ha MZMCKBAHKWA_3a N3gasaHe Ha NPOTOKOAN 33
npoBexaaHe Ha nedeHue npu GonHu ¢ MU/ - onpegensHe Ha
KpUTEPUUW 3a 3aMoYBaHe W NpofAbnKaBaHe Ha nedenune Ha NKA,
nabopaTopHW U3cnedBaHnA, Aeknapaumna 3a MHPOpMUpaHo cbriacue
OT nauueHTa 3a BkAlOYBaHE B neveHune (IVIG, SCIG, Berinert)

MpeacraBeHu ca 3a ofcexagaHe Ha HaumoHanHa Kondeperuua U4 n
ABTOUMYHUTET ANFroPHTMH 38 BHArHOCTHKA i Tepanusa na g

KakBo npeacron?

O YTBbpxpAaBaHe Ha afIrOpUTMMTE 3a AMArHOCTHKa
u neueHue Ha MU (npegMeT Ha AHCKYCUA Ha
AHewHara Kpeinia maca)

O Ob6ceXAaHe Ha KOHUSMLUMA 33 MErpaXkpaHe Ha
exkcnepTHu ueHTpoBe no NNUA e PBrnrapua
(MpegMer Ha ANCKYCHS Ha AHewHara Kperra maca)

O MNogHoesiEaHe Ha KoHTakTuTe ¢ H30K n M3 B®B Bpb2Ka
c npuemane Ha KM "MAA" v penmbypcnpaHe Ha
HAKOM FieKapCTBEHW NPORYKTH 32 Tepanua Ha N1

O CbcraBaHe M M3gaBaHe HA Hapb4Huk no NMUA

BJTATrO4APHOCTH
KW EC no umyHonorua
H. leweea Haunonanna pa6oTHa rpyna 3a NUA

CH. MuxainoBa
A. MapuHoBa

J. Project- L. Marodi
MayneHTCKM opraHMzayum

Becudkn Konern, KOUTO Haco4vBaT NauMeHTUTe 3a
AANarHoCTUHHO YyTOYHABaHE
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Kpbraa maca
MbpBHUuHUTE UMYHOAEDUUUTU —
peaku 6onectn BbB poOKyca
Ha UMYHONOTUYHUTE
eKCNepTHU LeHTpoBe

Mopeparopu: Npod. Enucasera Haymosa,
MNpo¢. MapuaHa Myppaxesa
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HH®OPMALIUA

3a M[poBejacHa Kpl,rna maca

"IIbPBUYHHUTE UMYHOAE®HUILIUTH - PEAKH BOJIECTH
BbB ®OKYCA HA UMYHOJIOTUYHHUTE EKCITEPTHH HEHTPOBE”

Kpwrnata maca JTH]] - pedxu 6onecmu 856 poxyea Ha uMyHOMOZUHHUME eKCREPIMHU
yeumpoee' ce nposene Ha 15 cenrtemepu 2012r. B Horoten [Inopaus, B pamkute Ha IlI-tata
Hanmonanna kondepennus 3a pejku 00JIecTd | JIeKapeTBa CHPallH.

Ha kpwrimata Maca mpucheTBaxa Hajg 30 y4acTHHIM — MEAMLIHHCKH CIIELUATIUCTH
(MMYHOJIO3H, €UATPH, IIYJIMOJIO3H, COLMAIHU MEJULM, JEpMATOIIO3H), IPEICTABUTENIN HA
nalMeHTCKUTE OpraHu3aiii 3a 001 BapuaduneH UMyHOAePUITUT U HACNEICTREH aHTHOEIEM,
pupma Oxradapma, JucTpulyTHpalia MejMkaMenTH 3a neuenue na [T,

Monepatopute npod. a-p EmucaBera Haymosa (YMDBAJlL | AnekcanapoBeka’-
Codust) u npod a-p Mapuana Mypuxea (MY-ILliogaur) dokycupaxa BHUMAHMETO Ha
VYACTHUIIMTE BBHPXY JBE HATIPABICHUS:

1. Buvamosxcnocmume 3a cvzoasane na excnepmiu yenmpoee no 1HJ| ¢ bvazapus

2. Vmevpocoasane Ha KOHCEHCYCU 3@ OUQSHOCHUKA U JIeYeHUEe HA HbPEUUHU

UMyHOOedhuyumu 8 cmpanama

Ilo mepBus BbIpoc OsAxa pasriiefaHd KpPUTEPHMTE 3a 0003HAUABAHE HA EKCIIEPTHH
IICHTPOBE 3a pejKu OosiecTH, TpeiokeHn oT KoMuTeTa Ha €KCIepTHTE 0 peku GolecTh
kbM EBponelickata komucusi (EUCERD) B kpas na 2011r. ['oToBHOCT 32 u3rpaxiane Ha
excriepTHH nieHTpoBe o [IM]] B cTpanata umat yHuBepcuTeTckuTe OomuHuiM B Codus u
IInopaus - YMbBAIJL | Anekcanaporeka” U YMDBAJL [ CB. l'eopru™. OcHOBaHHSA 3a TOBa ca
CHLOTBETCTBHE Ha JIEHHOCTTA UM ¢ rojisiva yacT oT npeaioxenute o EUCERD kpurtepum -
JBITOTOAUITHUAT ONMT M EKCIEPTHOCT HAa MEJUUUHCKMTE CIENHATHCTH [0 TOBA
HarmpaBieHHe, BB3MOKHOCTTa HE camo 3a JMarHocTHKa, HO M 3a JeUeHue Ha MalueHTH ¢
ITA/T; yyactMe B KIMHMYHM W HAYYHHM MPOSKTH 10 mpoldiema; ¢b3/aJieH pPerHceTbp Ha
nanenture ¢ TTUJ[; uarpajeHn ¢hbTpyIHMYECTRBA ¢ MAMEHTCKH OpraHu3allky, MeHITHHCKH
JIpY)KECTBa, UYKACCTPaHHU CIEIMaTUCTH M JPYTH €BpONEHCKM €KCTIEPTHH IIEHTPOBE MO
IIM[; opraHd3MpaHeTo W Y4acTUETO BbB  DBBHINHMA KOHTPOJI Ha KA4YeCTBOTO 34
UMYHOTOTHUHHTE TOKa3aTelH, CBbp3aHu ¢ JuarHoctuka Ha [TA][. B excnepTHUTE TIeHTpORE
no TIMJ[. kakTo W TMOpu JApYTH peaku  OomecTH, Bojel ciefBa Ja  Obae
MYJITHMCIMIUTMHAPHUAT NOJIX0/1, 000CHOBaBaIN HEOOXOJAMMOCTTa OT TsicHa Kogadopanus B
EKUTI Ha Pa3TUUHH MEIMIMHCKH CTEIMaTIMCTH ¢ KOMIETEHIMH TIO JaJeHOTo 3a0o0rsBaHe.
Hentposere no 1IMJ] me npepocraBsat: 1/ mHdopmanus Ha NalMeHTa U POAHUHUTE MY
ITenTpoBeTe 1me jaBar Bb3MOKHOCT 3a: 1/ MHpOpPMaIMs HA TAlMEHTa U POJHUHUTE MY 3a
Oonectra; 2/ auarHocTuka; 3/ Tepamus U 4/ xoHcynTaTuBHA nomoll. [lopann winHUYHATaA
cnienuuka Ha [TM]], nentposete cnespa Aa paboTiAT HA MYITHAMCIMIUIMHAPEH MOJXO, B
TicHA Konadopalus W eKUI, ¢ pa3lIuiHi MEIUIMHCKH CHEIMATHCTH, KOMIIETEHTHH IO
npobiema (MMYHOIIO3M, MEAWATPH,  OTOPUHOJIAPHHTONO3M, NYJIMOJIO3H, JIEPMATONO3H,
racTpoeHTEPOIO3H, MUKPOOHOIO3M, ENUJIEMHUOJIOZM U Jp).. Ja Obaar oOe3leyeHd Che
CBBpEMEHHa TeXHUKa U J1alopaTopHH 3a JHAarHOCTHKA, Ja paslonaraTl ¢be cTallMoHap 3a
JledYeHre W IpociesBane; Ja padoTAT B ChTPYJHHYECTRBO ¢ JIPYTH €KCIIEPTHH LIEHTPOBE B
cTpaHara.

Hzsichn ce, ye W JApyrd YHUBEpCUTETCKHM JleueOHM 3aBejieHMs Ouxa MOrIM Jla
U3BLPIIBAT €KclepTHA JASHHOCT Mo JmarHoctuka v jiedenue Ha [IMJ[, korato MOKpHST
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kputepunte Ha EUCERD, kakTo ¥ 4e OT TO3M CcTaTyT MOTAT jia OBJAT JMITNCHU I[EHTPOBE C
HeyOeMTENTHA PE3YIITATH.

Mmyionosu ¥ pefcTaBUTENH Ha MaIieHTCKH OpraHi3aliiy MoBAUrHaxa mpodaeMa 3a
JUIcaTa Ha pUHAHCHpaHe Ha TepalusiTa U uacT OT u3cieapaHuATa 3a [IM]], BicokaTa LieHa U
CTPaHUYHHUTE JIGHCTBUS HA  3aMECTUTEIHOTO JIEYEHWE — Halp. MHTPABEHO3ZHHUTE
umyHortoOymmau U Cl-ectapasHusi HHXUOUTOP.

YeTaHorH ce, e pazpaboTeHUAT B brarapus peructhp 3a narment ¢ ITM]] ecpabpixa
HE C€aMo eNMJACMHOJIOTHYHM M KIMHMYHM JaHHM Ha OonHus, HO W JabopaTopHu
(MMYHOJIOTMYHM, TEHETHUYHH M Jp.) H3cleABanus. Bewuku Te ca jobpa Gaza  3a
IpoclieIABaHeTO Ha OoNHHUTE B ObAcle, 3a 3adoleBaeMocTTa U OOJIecTHOCTTA Ha JlajieHaTta
HO30JI0MHYHA €/IMHUTIA.

[Io BTOpHsT BBIPOC OT JHEBHMS Peji € TNPEIONKH YTRBPJICHUTE KOHCEHCYCH 3a
JIMaTHOCTHKA W JieueHHe Ha ocHOBHUTE Tpynu [TN]], npefcTaBeHU OT pa3muuHU MEAUITHHCKH
cnenuandetd Ha Hanuonannata Mmynonornuna Kondepenipst B [{Uror wapk npes 1oHu
2012r. na ce oGoOImAT U cTaHaT JOCTOsIHHE HA ObJIrapeKaTa MeJIMIMHCKa OOIIHOCT.
PEIIEHUA:

1.IIpenopbkure na EUCERD oTHOoCHO KauecTBEHHTE KPUTEPHH 32 EKCHEPTHH
HEHTPOBE 10 pe/IKKM OONIECTH ¢e IPUEMAT ¢ MalIKU U3KITIOUSHHSI 338 OCHOBA HA W3rpa)/jaHe Ha
nentpose no [T]] v nac.

2. VrebpixaaBa ce npeiioxkenueto ot Hanuonannata Koudepenuus no [IAJ u
aBTOUMYHHTET B | [UroB uapk mpe3 oHH 20121, KbM HACTOSIIMS MOMEHT Jia OBJIAT Ch3/la/IcHH

Ha GYHKIMOHATICH MPHHIMI JBa eKcnepTHH LeHTbpa mo IV B Pbwiarapus — B
yaupepcaTeTckute OonHunm B Codus u [lmopnue - YMBAJL | Anexcansposcka” u YMBAJL
,-CB. l'eopru’™.

3. Peructparmonnata dopma 3a HoBooTKpuT maient ¢ [TM]] B cTpanaTa ce mpuema
KaTo ocHOBa Ha Peructhpa 3a IIM/]. To# ce nogaspka B Llentspa 3a [IM]] B Codus Ha Ga3a
kmankata 1o Kimuwuna wumyHonorusi npu YMBAJL “Anekcanaporcka™Codust u ce
JOITBIBA OT JleueOHUTE 3aBEICHUA, H3IpaInaIny OOTHU 3a IOTRLPIKIaBaHe U PETHCTPaLUsL

4. Koncencycure 3a JUarHocTyka U jieuenue Ha ocHoBHuTe rpynu LIM]] na ce uzpanar
B cvcTeMaTusupan By (oOma cxema u anroputbm) B Lojumuuka Ha BAKH, na cranar
JocThnHM B caifta Ha BAKHM 1 fa ce mpeacTapiT no-mopodHo TO TPYMH U HO3OIOTHUHH
€IAMHHUIH B CIIC[MATTU3HPAHO PBKOBOJICTBO 3a JHATHOCTHKA U JleueHUe Ha 1 11]]

15.09.2012r.

TTnopauB npod. 1-p Encaseta Haymora, MHu
[Ipod. a-p Mapuana MypjkeBa, M
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PaboTHa cpeuwia no eBponencKku
npoeKT BURQOL-RD -
npeacrtaBAHe Ha pe3yntaTurte oT
NMUNAOTHOTO €BPONENUCKO
npoy4ysaHe BURQOL-RD
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COUMANHO-MKOHOMMYECKA TEXXECT U KAYECTBO HA XXMBOT, CBbP3AHO CbC
3APABETO NPU NAUMEHTUTE C PEAKU BOJIECTU B BbNTAPUA

Uckpos I, Mutesa-KatpaHaxxuesa U, Aumutposa A, Nonosa /1, Cre¢paHoB P
MHpopmayuoHeH ueHmMbp 3a pedKu bosnecmu u nekapcmea cupayu

MpoektbT BURQOL-RD  (http://www.burgol-rd.com/) e 3-roauweH npoeKT,
cbouMHaHcMpaH oT EBponeickata Komucusa. HayyHO-U3NCeA0BATENCKMAT KOHCOPUMYM MO
NpPoeKTa BKAKOYBA acCOUMMpPaHM NapTHbopu oT 8 cTpaHu — Fundacion Canaria de Investigacion y
Salud (Mcnanus), Instituto de Salud Carlos Il (McnaHua), Istituto Superiore di Sanita (UTanus),
Federacién Espafiola de Enfermedades Raras (McnaHua), Bbarapcka Acoumaumsa 3a MNpomoums
Ha O6pasoBaHune M Hayka (Bbarapua), London School of Economics and Political Science
(BennkobpuTaHua), Université Paris 12 Val de Marne (®paHuyms), Leibniz University Hannover
(Tepmanuns), The Swedish Institute for Health Economics (LWUBeuwus), Universita Commerciale
“Luigi Bocconi” (UTanus), Centre for Public Affairs Studies Foundation (YHrapwus), Mario Negri
Institute for Pharmacological Research (Utanua). KoopauHaTtop e Mpod. Julio Lopez Bastida
(FUNCIS), UcnaHus.

OcHOBHa LUen Ha MpoeKTa e Ja reHepupa Mogen 3a OUeHKa Ha couuanHo-
MKOHOMMYECKATA TEXKECT M KaYeCTBOTO HA *KMBOT, CBbP3aHO CbC 34paBeETO, NPU NaLUeHTUTe C
pegkute 6onectn B EBpona m xopaTta, KOUTO ce rpurKaT 3a TAX. 3a UenTa ca cenektupanum 10
pegkn 6onectn (MykoBucumaosa, cMHapom Ha Mpagep-Bunu, xemodunuma, [oweH MycKynHa
anctpodua, yynamea X XPOMO3OMa, CKAepoAepMUA, MYKOMOAM3axapuaosa, loBeHW/eH
namonaTuUyeH apTpuT, XMCTMOUMTO3a X M Oyno3Ha enuaepmosinza) u e NpoBeaeHO MUAOTHO
npoy4saHe B 8 eBPONEeICKM CTpaHu, cpes Kouto u bbarapus.

N3cnepBaHeTo cpes 6bArapckuTe NauMeHTU U TEXHUTE NPUAPYXKUTENU ce npoBeae B
nepuopaa aekemspu 2011 — anpun 2012 r. ypes oHNAMH AONUTBAHE M NEYATHU BBMNPOCHULM.
Baxa nonyyeHu 186 oTroBopwu, OT KOUTO BaAXa N3KNKOYEHN HeNnbaHUTe. CbbpaHaTa MHPopmaLma
obxBala cnegHuTe o6nactM — NPodUA Ha Yy4aCTHULMTE, OLLEHKA 3@ KAayeCTBOTO Ha KUBOT,
CBbpP3aHO cbC 3apaBeTo (4pe3 ckanute EQ-5D m VAS, uHaeKkc Ha bBapten wn crteneH Ha
YO0BNETBOPEHOCT OT 34paBHaTa CUCTEMA), aHaNU3 Ha Npekute (MeauuMHCKU, popmManHu u
HepopMaHN HEMEAULMNHCKM) U HEMPEKN Pa3Xoau.

MopensbT 3a oLeHKa, KOUTO npeacTon Aa 6bae M3rotBeH Bb3 OCHOBA Ha pe3yaTaTuTte oT
8-Te eBpONENCKMN NpoyyBaHus, we 6bae OT ronAmMo 3HAaYEeHME KaKTo 3a 34paBHUTE BNACTU, TaKa
M 33 CamuTe NAUMEHTU U TexHuTe 6am3ku. Tol we No3BOAM YCKOopeH TpaHchep Ha [06pu
NPaKTUKKU, CbNOCTaBMMOCT U CPaBHMMOCT Ha HaIMYMETO M A0CTbNAa A0 34pPaBHM pecypcu 3a
peakute 6onectn BbB BCAKa egHa oT CTpaHUTe-YNeHKU, U3CNeABaHe Ha 3aBUCMMOCTTa MeXay
KQuyecTBOTO HA }KMBOT, CBbP3aHO CbC 34PABETO U A0CTbMNA A0 34PaBHU PECYPCH.
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NocTtepHa cecua
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EnuaemMuonoruuH perucTpu Ha peaku onectu B Bnnarapus

Muresa 1l., Hexpor I, Ctedanor P.
Hudopmaunonen uenrsp 3a penxku dotecru, [Liosus

Ennpemunonornyen permctip (EP) e oprannsupana cuctema 3a p CBXJ W Pa3NpocTpaHeHne Ha AACHO ONpeaeneHk enHAeMUCNOMMYHI
AaHHK 33 KOHKPETHU MHANBKMAM. Toau Bua Ba3a AaHHN NPEACTARNABAT BAXEH WHCTPYMEHT 3a oc-hu.lec-mnaane Ha HAUMOHANHKW M rNoBanHu cTpaTern B oBnacTTa Ha peaknTe 3abonsiBanua
4pe3 NpeaocTaBAHE Ha eNMAEMUONOrnyHa MHthopMaums 3a 3aGonesaemocTTa M GonecTHOCTTa Ha aageHo pAAKo 3aGonABaHe.

Llen Ha ToBa npoy4BaHe e npegocTaBAHe Ha aKTyanHa MH(IOpMaLUA 3a peanHo qyHKUMoHWpawm EP 3a penku Gonectn B Bbnrapus. 0G30psLT BKNKYBA ONUCaHWE Ha OCHOBHWUTE MM
XapaKkTepUCTUKA (LLenK U 3aAa4, Non3u U oGaBeHa CTOAHOCT, KNKYOBW (hakTOPH MPU NNaHWpaHe, CTapTUPaHe W YNpaBrneHHe Ha enuaeMUONOorMyHIA PerucTpy 3a peaku Bonectw).
Pe3loMKpaHa @ HannM4HaTa MHdc aa ACKUTE U NPenopbLK1 U HACOKM OTHOCHO Cb: CRR LTS To Ha EP B 0BnacTTa Ha pegkuTe 3abonaBaHuA.

AxueHT Ha 0630pa e 06XBaTa Ha CHLECTBYBALUMTE ¥ HAC PErMCTPM 3a peakn 6onecTu.

Matepuanu v meTogu

Mpeamer Ha HacToAWMA oG3op ca EP 3a peaku Gonectu B Benrapua, KOWTO ca nonynauMoHHo-6asnpaHuK. PerncTpute ca naeHTUMLMpaHU Ypes ThpCceHe No KNKYOBK ayMH B GazaTta
AaHHH 3a HaY4YHW CTaTUU NO MeaHUMHa Pubmed, 06ABeHWTe perucTpy Ha nopTana 3a pegku Gonectu Orphanet, npeacTaBeHnTe perucTpi Ha Bropata HauMoHaNHa KoHchePeHUMA 3a pedkn
GonecTum Ba 3a TO NpPeAcTABAHE Ha perncTpuTe 6AXa onpeaeneHn CNeQHATE NoKazaTenu:

1) roouHa Ha Cb3paBaHe;
2) rognHa Ha nocnegHo oGHOBABaHE;
3) 6poit NaUNeHTU NPV NOCNEAHOTO aKTYANH3UpPaHe;

4) paznpeneneHune nNo BL3pacT;
5) pasnpegeneHue no non;
6) TepuTopuaneH obxear.

KooppunaTtopute Ha EP Gsixanomenenu ga nocovar 6uénuorpacpuac ny NOTB b

Peaynrtatu

Cwrnacue 3a y4acTne n Ha aKTyanHa WHeop HaTopuTe Ha ocem EP 3a c.
n (XMN), npi umy il

Prnka Gonect (MKB-10 koa)

ToanHa Ha CL3AABAHE

ToAKHA KA NOCNIBAHC OBHOBABaHE

B[O NAUMEHT NPM NOCAEAHOTO AKTYaNWIMpaHe
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Panka Gonect (MKB-10 koa)
ToaHa Ha CLINABANE

ToaKHa Ha NoCREnHo oBHOBSBaNE

Epo# NauneHTH NPH NOCNEAHOTO AKTYANHIMPaHe
PasnpaneneHme No BLIPACT

PasnpeneneHme no non

TepiTopaneH obxaat

Koopantarap

MyKononu3axapuaoaa Tan 2 (E76.1)
2011

201

7
Deua (non 18 £} - 7; BapacTHi - 0
Musa = 7; HeHn -

Hauvonane

D-p Lok Mitena

WH(OPMALMONHEH UEHTLP 33 PEAKA
6ON6CTH K nekapcTaa cHpau, Nnosans

3aknoueHue

MpeacTasenuTe EP nokassat ACHO aKkTyanHaTa envgeMWONoruyHa KapTHHAE Ha GLOTBETHWTE peakn 3abonasanun B Bunrapua. Taan

<y TO Ha CbOTBETHUSA PerucTHp.

peakn 3a6o;

™ (nulm, Gonecr Ha Kpown, Gonecr Ha Mlowe, mykononusaxapwaosa tun I, Gonect Ha anchH
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Praxa Gonect (MKE-10 ko)

Toguya va cuagasare

oWHa Ha NDCNEAHD OEHOEABAHE

GRO NAUEHT NPK NOCAZAHOTD AKTYANMIKAZHE
Pasnpegenesue no Bbapact

Pasnpegenesye na nan

TepuTopuaneH o6xeaT

KoopauHatap
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Bonect Ha YnnobH (E83.0)

2011

2011

162

Dleua {nog 18 r) - 14; BuapacTam — 148
Miwe — B0; Hew — 72

HaunoHanew

B-p Uokka Muresa

WHihopmaumoHen ueHTLp 3a pegrm
Gonectw v nexapeTaa cupauw, Nnosaue

MOM¥e Oa n He ITE BNAcTH

MNPH NNaHWpaHe M OCUIYPABAHETO HA CKBNOCTPYBALLO NevYeHWe W MeAWUWHCKH MPHKW Ha NaUMeHTUTe € PeaKn GonecTH, Aa YNecHW W3paGoTEaHeTO Ha AMArHOCTHYHM M TepaneBTHYHK

MPOTOKONM W CTAHAAPTH 33 NeveHKe Ha peakvTe BONECTY, KaKTO U Aa NOA06PH BIAUMOASHCTBMETO MEXAY 3APABHUTE CNTY

BuGnuorpadiuna
1. EBponevcka nnatgopma 3a perucTpH 3a pegkv Gonectu (EPIRARE), http:ffwww.epirare.eu

2. UHhOopMAUUOHEH LEHTBP 33 peaku 6ONecTu M nekapcTea cupaumn 2™ HauuoHanua kondeperuun 3a peaiu 6onectu n

http:/fraredis.org/pub/Newsletter/Conference_Book_2011.pdf

w nay Te

poTaa cupaty

- C NOcTepu U npezedTaynn, 2011

3. MuHncTepcTBO Ha 3gpaBecna3lBaHeTo, HauuoHanHa nporpamMa 3a pegku Gonectw (2009-2013), http://www.mh.government.bgiArticles.aspx?lang=hgBG&pageid=427 &categoryid=889

4. CueeT Ha EBponeickun chios, MNpenop.ka (2009/C 151/02) 3a gelicTere B 06nacTTa Ha peaknTe Gonectu
http:/feurlex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:C:2009:151:0007:0010:BG:PDF

5. Posada de la Paz M, Groft S C (Eds.) Rare Diseases Epldemnology Springer's Advances in Experimental Medicine and Biology, Vol. 686, 2010

6. Orphanet, Pernctpu B Eepona, Mop ua Ha Orph t, aAnyapu 2011, p:) orpha.net/orph fd /Gl gistries.pdf
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CKpPUHMUHT 3a BpoaeHu aedekTU Ha rMuKosunupaHe B Bunrapus

M.CtaH4esa’, HMBaHoBaz, M.Anocronosaz, U.Kpemenckms

1Kateapa no I PVA, penTeT-rp.Codma
2 MHCTMTYT Mo MonekyIsipHa Snomors, nasopampm 3a megy 3
HauvoHanHa reHeTHYHa naSopaTopMsl, CEBANAT “MaiumH aom™

Ha HaykuTe

BBBEOEHWE

BpoaeHuTe gedekTi Ha rMukosunupaHe ca MeTaGonnTHI 3aGoNsiBaHNs, KOUTO 3acsraT NPeAlMHO HepeHaTa cucTema. EdektmeHo nevenme uma npu MPI-GDG.

GKPUHUHIOBUST MeToA M30eneKTpudHe dokycupade MEDY Ha cepymeH TpaHGepH /TMKONpeTeuH/, NpunoskeH 3a Nbpsn nbT oT J.Jaeken et van Eijk npes 1984r. ocTasa “anateH ctaHaapT” 6
OTKPUBRHETO, KaKTo Ha 2B-Te oT NoSHATUTE MoBeNe oT 49 Kbm 20121, Taka 1 Ha HOBW BpoaeHI AedeKTM Ha FMKosWIupaHe . Toi NPeacTasNsBa eNeKTPodiopeTHieH METOa, G KOliTo MPOTeNHITE e pasgensiT
CNopeAlTexXHUTE N30enekTpuYHU Toukn [Westermeier, 2008]. XekcacnanoTpaHCgepuHLT, KOATE UMa LWSCT 0CTATHKA CHANOBA KNCENMHA & C U30eNSKTPpUYHA Touka pl=5.2. MeHTa-, TeTpa-, TpU-, AU- U MOHO- 1
acuanoTpaHciepHa MMaT CbOTBETHO M30eN eKTPUYHM Toukn pl=5.3,5.4, 5.6, 5.7, 5.8 5.8.

Mbu HannueTo Ha gedekTu Ha N-MkaHoBaTa GMOGKHTE3a B PAHHUTE il €TANW, KOWTO GE M3B bPLUBAT B LMTONIIA3MATA U B SHAOMNIIASMATYHIA PETUKYTTYM Ge 3rPaXaa Gamo SAVHIS WK NUNCBaT 1 AsaTa
N-rnvkara Ha Tpancdepua, Toa BogM 40 y Ha AUCHarno- U acianoTpaHchepUHa 1 oGHOBHO Ge Habniogasa npn Mogen Tv 1. Ako gebekTbT HacTBNBA Gried TPaHCdepa Ha ONMTOSAXaPHAR BBPXY
NPoTEMHd UK 3acAra BUOCUHTE3aTa 1 TPAHCMOPTA Ha HY HU 3axapu, TTa u LT Ha T TIIVKO3UITP aHCE " Tp: pTa Har. POTEUHUTE OT BH1OMMAMATUYHMS
PeTUKYNYM KM LMC-, TPaHC- 1 MeauaneH Monaxum ce Habniogasa Mogen thn 2.

LEN

[Oa 6bae CL34ageH M NPAIOKEH B NPAKTHKATa MOAEN 33 M3BLPWBAHE Ha CESIEKTMBEH CKPHHNHT HA SELA 33 BPOASHN Ae(IEKTH HA HIMKO3NIIMpaHe

MATEPHUAN U METOOM
H MaTepnan: Cepym oT nepudiepHa BeHo3Ha KpbB - 80pl /20ul 3a Gasoso uscnegeade, 204l - NpKM HEOGX0AMMOCT OT NOBTapPsIHe Ha NpoSaTa Npu aGHOPMEH WUNK NaTonorieH Mogen, 20ul = npu Hyxaa ot
1 20ul - 3a cepymHa GaHka/.

a TpaHGhep! n
Anaparypa\Mokasara e Ha dur.1.
Macrengans nnua: 85 Gontu 1 § KNUHUMHO 3APaBY NaLyeHTH.

DU 2.PesyNTaTH OT N3CE[EAHETO HA UETAPI KOHTPO.HA MPOBH ¢ Medeﬂ muT 1, MENPaTEHN OT PehepeTH NabopaTopha — MeTaboruTeH LieHTsp,
feosen, Genrnn. Ha cepymen © Ampholine ™ PAGPlate ¢ pH rpagvenT (4.0-6.5). Ha nosmus 1-
4. NOKa33HN PESYNTATA Ha KOHTPONHA NPo6i ¢ Moaen Tun 1. OT AﬂcHaTa £TPaHa €3 OIHAUSHM MIOCHOPMUTE Ha TPAHCHDE PUHA: ACHAN0-, MOHO-
CHaro-, QUCHaro-, TPACHANG-, TETP " BgHo e y wa acnano-n gucwanc- n
HaMaeHMS Ha TETpaCH 0TaNCEE pHHa, XapaKTepHo 33 Mogen Tun 1

U1 AnapaTypa 3a NPOBEKAAHE Ha

MSDENEKTPUHHO hOKYCMPAHE Ha CEpyMEH

TpaHetbe puH:

1) 18-1018-06 Multiphor || cncrema sa
enexTpotopesa;

2) 18-1130-05, EPS 3501 XL- VsTouHmi Ha Tok;

3) 18-1102-78 Multitemp Ill-epmo-cTamien
perynarop (Amerscham biosciences).

[PE3YNTATM

1. U©3PAEOTBAHE HA E'bl'erPCKVI nPOTOKON

B MupemAT eTan o1 cepyMHnAT Ce HACMLa © KeNASE, TeM KATO /NCATa Ha BANH KEME SEH AOH BOAM
O MSMECTBAHE KM KaToaa ¢ 0.2 pH SAVHALY, KOETO & NOUTY PaBHO Ha 3aTyBaTa Ha | OCTATEK CMANOBA KHCENMHA. TO Ce MIBLPILBA NOCPEACTEOM
NPeABapUTEHG CMECBaHE Ha 200 Wl 10mM Fe(ll huwpaT (10 mmol) M 100 |l 0.5M NaHCOs (0.5 mmolil) B ceoTHowerme 2i1. Misnonsea ce 3 pl oT
TOSH PasTBOP, KM KOWTO c& f0BaBA 6T 5-20 Ll cepym. B NPoEsEHOTS MECNeBaHE HUE nanonseaxme 5 1 10 pl cepym. VinkyBupa ce 1 uac Ha
CTaina TeMnepaTypa. [PoBNTE Ca rOTOBN 53 NPANOKEHNE CIIER PaSPENGaHE 6 NETH ¢ foBassHe Ha 50 Wl GECTWIMPaHa BOga.

©Ur.3. PesyrTaTH 6T NSCNEABAHETO Ha ABE KOHTPOMHI NPOBI & Moden mur 2, NsNpaTeH oT
pecbepetTHa naSopatopus-MeTabormTen  Lewrsp, TlboseH, Benms.  MsoenekTpuio

Ha cepyMen e € Ampholine™PAGPlate ¢ pH rpasmenT
(4.0:6.5). Temer o sacHeT c MIniBIS Pro cncrema. Ha nosuiynn 11 2 ca nokasanu pasyrath a
KOHTPOIHA NpoBM © Momen Tvn 2. OT fsichaTa CTPaHa Ca O3HAUSHNM HSOhOPMMTE Ha
TPaHChEpHHA: GCHAND-, MOHOCHAND-, AWCHAIMO-, TPUCHAND, TETPAcHaNo-, MeHTacHanc- W
XEKaCHanoTPaHC e P, BUAHO © YBEIMUSHME Ha WSOChOPMMTE: 3CHAlo-, MOHOCMans-,
ANCHaIIo- M TPHCHANOT

TIOArOTOBKA Ha MHCTPYMEHTAPHYMa 1 rena

Mulfiphor Il cicTema sa enekrpodhopesa ce capssa ¢ MulliTemp Il TepmocTathieh peryniaTop n ce sagasa Temnepatypa 16°C. Tep-
MOSTATHHHMAT PETYNaTOP Ge BKNIOYEa 20 MAHYTA NPEAM 5aM04BAHETO Ha aHANMS3. [PHIOTEAT & HEOBXOAMMMTS EIIEKTPORHN pasrecom AtogHMAT
PasTESP Ce NPURDTEA € 0.44 Or MyTaMIHa KNEeNHa 1 30 Ml o pASTEOP, MoNyHeH Upes EMEcBaHeTo Ha 3.2 mi HsPOs n 100 mi 4

[ECTANMpata Bofa. ChX PaHABa 6 2 COAMMLM Ha 4-5°C. Ka TORHMAT PasTBop ¢& NpMroTeA ¢ 0.27 gr F-anaH n 30 ml Asoiio Aecmnvlpana sopa
TosH pasTEOP MOXE A3 C& CLXPAHARA 2 CeAMULA Ha TEMNEpATYPa 4-8°C. (1P paBOTa ¢ NOMMAKPUNAMASHN [ETIOBE €& NOCTABAT PuKkaBULI
OnakoBKaTa Ha rena Go OTEAPA OTK.M TPAHCNAPaHTHATa CTPaHa. C HOXNLA Co MPASBA ONAKOBKATA OT 4 CTPAHH Ha renia, Ha OKone 1 GM oT Kpas,
Tp¥ NSMoN3EaHE Ha NOMIGBUHATA feM, ONAKOEKATA C& Pa3IPAILa B CPeAaTa. OCTAHANATA LT, KOATO HAMA A3 €& ASMON3Ba, C& 3aTBAPA NILTHO M
C& NOCTABA B XAa@AATHAK Ha 4°C. MpeMaxea oo GaM 1 any ONNG, GeR KOBTO & OTCTPaHABA TEHKNA
TPAHEMAPAHTEH MNACTUHEH DM, NPOTEKTUPALY rena. [TNETHPa C& 6kono 1 M TeteH Napathith BLpXy OXTARATENHATa inoua Ha Multiphor |1
cncTema sa ToToBMAT ren Ampholine PAG plate pH 4-6.5 BupXY NONIMG<TepEH HIM C& NOTTABA B PXY
OXNBUTENHATS NToYa. BLIAYLIHATE MEXYPHETa ce STCTPAHABAT ¢ NPHIIANGAHE . BpXy ALITATE KpaMLLA Ha [EN1a C& NOCTABAT SNEKTPOAHN
cTpunoBe sa ME®, HanoeHk © aogeH pasTeop — 0.1 moll myTamirita ket 1 i 0.5 molll HsPOs, a Ha KaToga —0,1moll Baratit no 3 ml Ha
STPUN, KaTO MSTMLLIHOTO KOIIMMECTED C& STCTPaHARS

TNocTassHe Ha NpoBaTa

Npo6aTa Moxe Aa FwAe NOCTABEHA Ha PasTHHA MOSALMK B rena. OBWNalHG T8 G MocTaBA Ha 10 MM OT KaTopa. [PoBaTa Ce HaHAGA ANPEKTHO
BLPXY MeMa & MOMOLTS Ha IEF/SDS annuKaTopeH £TpUN 53 5-10 ki 658M. ANNMKATOPHUTE CTPUMOES £2 GETABAT MO BPEME Ha hOKYCHPaHETO.
TocTaBA C& GGKTPOA HAA 4B PaTEN Ha Multiphor 1™ cicTema sa enekTposhapesa. ENCKTPOANTE Go © LEHTBPa Ha &l

CTPUNORE 1 C& NOCTABA 650N T ENHIA Ka NaK,

Yenosin 3a pabota

ENeKTPOQHTE C6 CBbp3BaT ¢ MSTOMHMKA Ha TOK. (6T 66 NPethokyCHpa 30 MAHYTH 5a ChagabaHe Ha IPAANGHT CIOpe] NPeEAPATENHD 5a-

B3R SHITE YCII0B WA Ha paBoTa NpH eNeKTpHEcko Hanpexerne 200 V, cuna Ha Toka 58 MA, MOLUHOCT Ha Tora ~10 Walt, cneg koeTo nsTouHAKST Ha
TOK 6 CMMPa. C NOMOLLTA Ha MUKPONANETa NPOBHTE: G& HaHACAT BLPXY AMNAKATOPHAR CTPHN. GIIEABa B LPLLBAHS Ha HSOENEKTHHHD
hoKyCHPpaHe ¢ MPoAwIKATENHOCT 1 4. 1 30 MUK, PN enekTpHLecko Hanpexetie 700 V, cuta Ha Toka 50 MA, MoLirocT Ha Toka 30 Wiatt npn
T0GTO AHHa TeMNEPaTyYpa 0T 16°C. TPH MSMONSBAHE Ha NONOBHH [/ CMaTa M MOLIHOGTTA Ha TOKA G5 PasAGNAT Ha BC.

WnyHobukcaups

Bepnara crieq MEd renwT ce nokpuea pasHomepho < 250 il dhsnonomen pasTeop i 250 Ll nonnknonantm IgG aHTHTeNa KM Tpancchepui
(DAKO). VikyBnpa ce 53 45 MAH. Ha CTailta TEMNEPATYPa, CNEf KOETO FENT C& NOCTABA BLB HISHONOTIHEH PaSTBOP 32 EAHA HOLL, 53 fa MoraT
A3 ce oTMAST TnpanmTe (et ) nporemn. Ha 3 CYTPAH [8ITHT C2 MSMIaKEa HEKOIKOKPATHO C ASCTUINPaHa
O3, 33 42 C& ENMMAHUDAT COMNTE W TPaHCGhEPUHOBHTE MSOthOPMIA C& HMKCHPAT 10 MIH. B 20 % TPUXIIOPOLETHA KCENMHa. [EMuT He TPSBBa Aa
Ce OCTaBA MDBEHE OT 1 HaC BB HUKCHPALIMA PaSTBOP, Thit KaTO TOR MOXE 43 C& OTASIM OT MOKAEPXALIA HUTH

Ousetssare
TensT ce oLBeTAEa 3a 10 MAH., NIpH To 8 npAci Co blue pasTeop. Toit c& NPUTOTEA UPES CMECBaHE
+a 1o 50 ml o7 463 pasTeopa. [TuPEHST OT THX Ce NPATOTEA G SAHA Fainenta PhaciGel Blus B9, komro ¢ pasTeaps & 80 ml

DUr4. e T roaNLIHe MoMHe ¢ PMM2-
CDG, OTKPHTO C BLNrapCMs METOp, Ha
VIE® Ha cepymen Tpatccheph, Ha o
1YpaTa ca NokasaH MAkpoLechanma (1,
2,3), KoHB eprupaLy cTPabustm (1, 3),
TONEMM, HIKCKO Pasnonowe HA i (1, 2,
3), MAKPOPETPOTHATAA (2), MHEE PTMPaHN
MaMUTH (4), aGHOPMANHO Pasnpefene-
HHE Ha MOAKOXHATS MACTHA ThKaH (3),
LepeGenapHa aTakens (6).

ur.5. Camranen TIVEMPT a 4
TORNWHO MoMue © PMM2-CDG. Cec
CTPeKa Ca NIoKasaHM CPEQHOCTENEHHa
aMNasuA Ha fONHATS “acT Ha BEpMIC
Liepeenit 1 XHMONNACTH-HI MAKO Mo-
SHHA XeMA-ChepH, KACTHHHO M3AYBaHE
Ha V-TH BEHTPKYN M yBEIIMaBate Ha
sapHaTa thota C ANCKPETHO MOBAMIaHE
Ha TEHTOpHYM LiepeBenn

BUCKYCUA

PaspaGoTeH Gelle coGCTBEH MPOTOKON, KOWTO B HAA-TONSIMA CTeNeH ce
AeGNuKasa Ao ANOHCKAR onuT. MBUNOXEHN ST Ha FOTOBI NOMMAKPU aMUIHI
renose Ampholine PAGplate pH=4.0-6.5 nogo6Ho Ha Wada, 2008r. gosege a0
Bb3MOXHOCTTA 34 U3CNeABaHe Ha 52 nayyeHTu /4 NbTu yBenuyaeaHe Ha Gpos

803, Moarpsiea ce 40 80°C u ce jobass 120 ml MeTaHon $6 %. BTOPWAT PasTEOp Ce NPUIOTEA OT 20 % PasTEOp Ha OLeTHA KNCENMHA, PaspeneH
5 MsTHC GecTMNPata Bofa. MoNyueHNAT pasTEOp Ce dMNTPHPa 1 Ce ChXPaHABA Ha 4°
OfezuseTABaHE
Criep oLBETRBaHE Ha rea, ToM Ce NOCTaBA B 0BEsLBSTAB ALY PasTEOp Chlpally 30 % meTaton n 10 % oLeTHa KNCEMWHA, B cuoTHoweHMe 3:1:8,
10 0BESUBSTABANE Ha (hona. [eMbT Co WSCYILABa Ha CTalHa TEMNepaTypa
2.MA3PAEOTBAHE HA MOLEN TUM 1 U MOAEN TUM 2 OT NONOXWTENHU KOHTPONHU NPOEW, NPEOCCTABEHU
OT PE®EPEHTHA NABEOPATOPHA B EC /®nr.2 m dwr.3/.
3.0OKA3BAHE HA CUIYPHOCTTA U HAOEXAHOCTTA HA METOOA YPE3:

3.1. YoTaHossisaHe Ha TN 1 Moaen npu GbIrapckin NauneHT, NoTB bpXjasaHe Ha JuarHo3ara Ha Mo-
NEKYNAPHO-TEHSTMYHR HYB O /$ur.4 n dur.5/

3.2, lsykpaTHo nscriegBaHe Ha MonoXuTenHaTa npoba oT ABAMA HE3aBUCHM N M3CTIEA0BATE M U TPUKPATHO
©AHOBPEMEHHO USCTIBABaHE Ha SAHA U CbLLA MONOXITENHa Npo6a oT GLArapCKUS NaLyeHT.

3.3.MoTBLPRABAHE HA MONYYSHUTE PEBYITATH C KAMISPHO 30HOBA @ NIeKTPOthopesa Ha CUaNoTPaHCHepUHY B
pedepeHTHaTa nabopatopus B MetaSonuTeH LeHTep, JiboBeH, Benms.

Ha npobm, B ¢ ¢ pediepeHTHaTa naGopaTopusi B EC/ n
ol He Ha npeJjaHa. eTan G 244., koeTo HaMmanssa o6wWwoTo Bpe-
Me 3a MPOBeXAAHS HA N3CASABAHETO, HO 3a PasivKa OT HEeTO HUE N3N0NIBaxMe
Multiphor Il cncrema sa enexTpochopesa 1 KeneseH LUTPaT 3a HacaHe Ha
npobata G xernso.

WMsnonssanusit oT Hac pH rpaguent /4.0-6.5/, noao6Ho Ha Wada, 2008r,
Mo-TeceH B cpaBHeHUe ¢ pedpepeHTHaTa nabopatopus B EC /4.0-7.0/ nossonu
M0-TOMHN Pe3ynTaTu 1 Nno-goGpa BU3yanusaunsi Ha GoPMUTE Ha TpaHGhepHa
OT GhLEGTBEHO 3HAYSHUS NPKM AUPEPEHLMPAHETO HA NMPOTENHOB N BapUaHTK.
OokassaHeTo Ha GbITAPCKN NALMEHT G TO3N METOA NOKA3Ba HEroBaTa Had exa-
HOGT M HeoBXogUMOGTTa oT Npnarane Ha MED Ha cepymeH Tparode piH B
KNMHUYHATA NPaKTVKa .

MPUSHATENHOCT

Gora or npoeiT Ha EC EUROGLYCANET (European Network for the advancement of research, diagnosts and treatment of 2 grawing
group of rare disorders) $12131/ 01.01-2005-31.12. 2007 0 Macneaosarencki npoest F14-/ 27.07.09-27.07. 2010, MeAHUHHCKH YHHERPCHTET, TR.COGHA "CKRUHUHT 32
BPOeHH ASpKTU HA T KOIMUpaHE”

n3BOAM

1. C & cUrypeH u MeTog 3a YHO Ha
cepyMeH TpaHcdhe pUH, U3pal oTeH cLOGPAsHO YCIOBMATA B HalwaTa cTpaHa Ha
WMPOKO AOCTLIHA 32 NAUMEHTUTE LeHa.

»

OTKpUBAHETO Ha NaumeHT ¢ PMM2-CDG nokasea, HeoGX0auMocTTa oT
NPOBEXAAHE Ha CKPUHWHT 33 BpOAeHA AedhekTi Ha FMKoZUAMpaHe B
KIUHAYHATa MPakTU Ka.
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U3CNEABAHE HA YECTOTA HA CECTPUHCKUTE XPOMATUAHN OBMEHN
B IMM®OLUNTHU KYNTYPWU HA BONHW OT MMOTOHUYHA ONCTPO®UA
(BOJIECT HA STEINERT).

B. Monog’, Ca. [eopzueea?, C. lanyeea’

'Kamedpa «Mosrekynapra 6uonoaun, umyHonozus u meduUuuHcKa genemuka», Meduyuncku gakynmem
2Kamedpa «eHermuka, pasebaoane u penpodykuusm, Azpapen arynmem Tpakulicku yrusepcumem, Cmapa 3azopa
*Meduyuncku yrueepcumern — Cogus

YBOA

MwuoTonnuHaTa auctpodms (MD) e reHeTUMHO MYNTUCUCTEMHO 3aonsiBaHe NpoTWHalL® G AUCTPOPUMHO-JereHepaTUBHN W3MEHEHWUs B MyckynHaTa
TbKaH. YHacrneaasa ce aBTO30MHO-AOMWHATHO C HenbMHa neHeTpaTHocT. YecToTaTa Ha MD e 2.5 Ha 100 000 HacemeHwe. Haii-4ecTo 3abonsBaHeTo ce
pasBuBa Mmexay 10-20 rogniHa Bb3pacT. KNWHUYHO ce xapaKkTepusupa C MUOTOHWYHM cheHOMeHW (3aTpyAHeHa peraKkcaLyis cfiej CUFIHO MYCKYIHO
chKpalleHue), nporpecupalla MycKynHa criaGocT M aTpoduisi, KaTapakra, KapAuoMuonaTWs, roHagHa aTpodus W KOTHWUTUBHU HapylleHus, cppoHTarnHo
onnewuessaxe, EMIC gonosumin MmuoToHn4H 1 npomenn n EKT npomern oT nposogen Tun. Mpn naTomMopdhonorniHn UscrneBaHns ce OTKPUBAT yHacTbLV Ha
xunepTpochuisi, KAKTO 1 TaKMBa Ha aTpochis Ha MYCKYIIHWTe BMakHa U 3aMecTBaHe Ha MUOhUGPUNUTE C CbC CheANHNTENHA U MacTHa TbkaH. Ha enekTpoHHa
MUKPOCKOMUA e BUXAAT NaTONOMMYHN NPOMEHM B MUTOXOHAPUUTE U AeCTPYKLMUS Ha MUochuGpUnapHNa anapat W capKonnasMaTUHHIA peTukynyMm. OnucaHn
ca 4eTUpU KMUHWYHM hopMU B 3aBUCUMOCT OT Bb3PACTTa Ha MOsBA Ha NMbPBUTE CUMTOMU = KoHreHuTanHa MD, MD B paHHa aeTcka Bb3pacT, agynTHa MD,
muHumantia MD. Mpu 3aGonsBaHnA ¢ NogoGHU JerepaTUBHW MPOMEHW YeCTO Ce YCTAHOBSABA MOBMILEHA YECTOTA Ha CECTPUHCKUTE XpomaTuiHu oBMeHn
(CXO) B coMaTUUHNTE U KPBBHU KNETKM Ha GoMNHWTe naLmeHTH. M3xoxaaiiku oT Tasu NpesyMuUMs HUe CW NocTaBUXMeE 3a LieM Ja aHanusupame JectoTaTa Ha
CXO B meTacba3Hn NNAcTUHKKM 0T NepucpepHa BeHO3Ha KpbB Ha GonHu oT MD.

MATEPWAIT M METOON

LinToreHeTnuHo BAxa nscnegbann 21 YoBeka, pasnpegerneHun B Be Ipynu:
m 11 BonHmn oT MD (6 Muxe 1 5 xeHm Ha BbspacT oT 25 fo 40 roguHu, Henyllaun), YNATO gnarHosa Belle NocTaBeHa Ha BasaTa Ha HeobXoAMMNTE KMMHNYHU W
NapaknMHUYHKW N3CnejBaHnsA cbrMacHo KpUTepUNTe Ha HaUWOHaNHWA KOHCeHCYC 3a AWarHocTuka, nedyeHve n npocbmnakkaa Ha HeBpo-MyCKynHNTe 3abonsBaHus B
P. Bwrrapus;
m KoHTponHa rpyna oT 10 AViuM HenyLlauM, YNNTO paBoTHN MecTa ca 663 HanMuMeTo Ha XUMUYHK, OU3MUHN 1 ApyTY Bpe JHOCTU, KOWTO GUXa 3aBULUWMU HUBOTO Ha
CXO.

XpOMO3OMHUTE NpenapaTi 3a NoMnydyaBaHe Ha MeTadasHN NMACTUHKK 3a 0TuMTaHe Ha CXO BAxXa NSTCTBEHM Upe3 KPaTKOCPOUHO KYMTUBMPaHe Ha NMUMOLIMTI
OT NepudpepHa BeHo3Ha KPLE Mo MeToAa Ha Evans H.J. . AudepeHupmanHoTo oLBeTABaHe Ha CECTPUHCKNTE XPOMaTUAW UIBLPLUMXME MO MeTofa Ha Perry n Wolf
KaTo Ha 24-8 yac oT KyNnTUBMPaHeTo MOocTaBAXMe BBLE BCeKN (akoH 5-6pomaesokcUypuinH B KpailHa koHUeHTpaums 10 mg/ml. Ha 72 yac npenapatute 6axa
OLBETABAHM Ypes KoMBMHWMpaHa Hoechst-Gimsa TexHwka. CtumTaHeTo Ha CXO, 3a BCEKM OT U3CNejBaHUTe AOHOPH, Gelle M3BbPLUeHO BbpXY 30 KMeTKU oT BTOpa
MWTO3a C ANdepeHLManHo oLBETEHN XpomaTran. Mpn oT4nTaHeTo Ha Bpos Ha CXO cTPUKTHO ce cnasBalle NpaBvnoTo, He BCekl TepMUHaneH oGMeH e paBeH Ha
eAVH, a VHTepcTWULManHWTe oBMeHM ca pesynTaT oT Apa obMeHa. PesynTaTWTe OT LMTOTEHeTMYHWTe W3cneABaHWA OAxa oGpaboTeHN CTaTUCTMYEcKW C
n3NonseaHeTo Ha t — KpuTepnin.

PE3YNTATU N OBCBXXAAHE

Ha Tabn. 1 u 2 ca npegcTaseHu pesyntaTure oT yectota Ha CXO/kneTka Ha nscnejBaHUTe JOHOPU Mo rpynu.

TaGnmua 1. TaGnmua 2.
PoaynTaTi of oTuMTalicto 1a CXO npu PcaynTaTn oT oTaMTalicto na CXO npu Gom e ¢
KOIITpOU IaTa rpyna. MUOT Ol A AUCTpOcUS.
Konwponna rpyna Bonum o1 MD
Epoit oxo axo Epoit oo oxo
Nonopu | aHamusupanu Ionopu | ananuaupanu
ofwo Ha KneTka ofwo Ha krneTka
MeTacpasn Meradpasu
0 235 7.83 0 384 60
0 237 7.90 2 0 355 -80
» 0 237 7.90 0 371 37
4 ) 35 7.80 4 0 363 10
. 0 52 v 362 0

0 44 3 388 2

0 47 2 7 378 B

8 0 a9 ) 38 7

9 0 2 7 9 38 7
10 0 4 8.47 10 0 37 .37
11 0 38 87

Mean Mean - B
Qua. 1. Memaghassa nnacmunka om eimopa mumosa +SD 242.247.95 B.06+0.27 18D 3728+10.18° 12.21+0.24°
¢Bbc CXO om doHop Ha Kormpoensama apyna.

“p<0.001 vs KOHTpONHaTa IPyMa

AHanusLT Ha pesyrnTaTuTe ©T HalleTo MNpoydBaHe MoKasBaT CTATUCTMYECKN [OCTOBEPHO 3aBULLABaHe Ha
yecTtoTaTa Ha CXO npu Gonuute oT MD (®ur.1) B cpaBHeHWe ¢ koHTponHaTa rpyna (dur.2). MexaHusmute 3a
+ Bb3HUKBaHe Ha CXO ca NpsAKo CBbLP3AHU C penapaTUBHUTE NMPoLech N TEXHUTE HAaPYLLEHWUA Mpu YBpeXaaHeTo
Ha [IHK. Tpatea aa ce otBenexu, ye CXO ce HabnicAaBa M NPU HOPMarHW YCMNOBUA, KaTO YecToTaTa € BUAOBO
cneypmcpuuHa. Yectotata Ha CXO obauye HapacTBa NpU MyTareHHO BL3ASIHCTBUE NPeAN3BUKAHO OT SHAOIEHHU

- [ VAW eK30TeHHW haKTOpU KOeTo Mokassa, Ye OBMSHATa Ha XOMOFIOXKHW XPOMATUAHM Y4YAacTbLM BEpPOSTHO
~. % NS NpeAcTaBNABa MEXaHW3bM 33 Bb3CTAHOBABAHe Ha noepejeHaTa JHK. MD ce ofycnass oT AvHaMW4HK
~ myTaLmu, sacarawm DMPK-reHa (myotonic dystrophy proteinkinase gene), nokanusupaH Bbpxy ALNIOTO pamo
) Ha 19 xpomosoma (19913.3). Hapylwasa ce o6mMAHaTa Ha €H3MMA MUOTOHUH-NPOTEWHKNHA3ZA. YCTAHOBABA Ce
‘" amnnuukayua Ha TpuHykneoTuaHn CTG-nosTopeHus B 3’ HeTpaHcnupyem pernoH Ha DMPK-rexa.
Honyckame, dye no-ronemus Gpoii u ekcnaHsus Ha CTG-TpuHykneoTnaHuTe nosTopi B AHK Ha kneTkuTe Ha
GonHute o1 MD, yepexaa penapaumsta Ha AHK u e BeposTHa npuymHa 3a nosulasaHe yectoTa Ha CXO.

Pua. 2. Memagpasra nnacmunia om emopa mumosa  Hapyuiaga ce M NOKArHaTa Hykneo3oMHa CTPYKTypa Ha xpoMaTuHa kakto n PHK meTaBonnsmeT Ha kneTkaTa.
cbc CXO om JoHop ¢ MUOMORU YHa ucmpagus.

SAKNIOHYEHWE

AundbepeHUMpaHeTo Ha pasnviHUTE BUAOBE HACNSACTBEHN HEPBHO -MYCKYNHW 3a60NABaHNA NOHAKOa € TPYAHa 3a4a4a, 3a PelLaBaHeTo Ha KOATO C& U3NCKBA
33AbNGOYEHO KNWHWYHO M3CMeABaHe, MOAKPeneHo OT Habop GreumManWanpaHn W3CMNeABaHUA, NMPUMOKEHW B CTPOro nocrejoBaTeneH ped. 3aToBa HUe
npeanarame 4ectota Ha CXO B numdpoLnTn ©T nepudpepHa KpLB da ce npunara npu cycnekTHo Gonvute oT MD, kaTo AONbAHUTENEH AMArHOCTUYEH
KPUTepHii B aNropuTLMa 3a peluaBaHe Ha Andiepe HLUMANHO-AMarHOCTUNHY 3a4a4K B oBNacTTa Ha HEPBHO-MYCKYIIHUTE 3a60NABaHNA, KOMTO BKIIOUBA: NbIAHO
KNWHWYHO M3cnejBaHe; u3cnejBaHe Ha MYCKYNHW eH3UMW; SJ'ISKTPOCPVISVIOJ'IOI’VILIHO nscrnejBaHe; Buoncma ot MYCKYNn WNK HepB; ,qHK aHanns, KOWTO OCBEH
MOYTU CTOMNPOLIEHTOBOTO MNOTBbPXAaBaHe Ha AguarHosarta no oOTHOLWEHWe Ha npoSaH,qa, AaBa OCHOBaHWe W 3a eBeHTyanHa npeHaTanHa gwvarHosa npu
cnejsalla spSMSHHOCT B CeMeiCTBOTO..
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

KAMUNAPOCKONCKW MPOMEHU NMPXU MORBUS RENDU-OSLER

(TELEANGIECTASIA HEREDITARIA HAEMORRHAGICA)

H. BYTOBA, P. XPUCTOBA, 1. HOMEBA, X. AOBPEB, U. HEHOBA*
KNMMHUKA MO KOXHWU M BEHEPUHECKKM BEONECTH, *KNMUHUKA MO OHKOXEMATONOI WA, YMEAN — NMNoBOVB

BLBEOEHUE " Morbus Rendu-Osler (Telangiectasia hereditaria haemorrhagica) e pagko reHeTwyHo 3abBonABaHe
sacarawo 1/5000-10000 uHanBuaN. YHacneinea ce aBTO3OMHO-J0MWHAHTHO C PA3NMYHA NEHETPAHTHOCT,
KAaTO NOHACTOALEM ca WASHTUHULMPAHN 4 reHa, KouTo ro obycnaeAT. MeHeTMYHWTe MyTauuu BIWAAT
Bbpxy TpaHctopmupawna pactexeH chaktop beta (TGF-b) 1 vMaT 3a nocneduua gucperynauyna Ha
aHmnoreHesaTa ¢ paseuTue Ha afHopManHa eackynapHa apxuTexTypa B obnacTTa Ha GonecTHUTE Nnesuu.
3afonABaHETO ce XapakTepuspa ¢ KOXKHONUIaBNHHI TENEaAHMMEKTA3NN N apTEPUOBEHO3HI MandopmManni
NoKanusMpaHu B HasodapuHkea, Mosbka, Genua gpob, wepHnA gpob, cnesxara, CTOMAaWHOYPEBHUA W
YpuHapHuA TpakT. MaHudgectupa ce Had-4ecto cnea 30-40-rog eb3pacT c enucTakcue W racTpo-
WHTECTHUHANHO KbpBeHe. [uarHo3aTa ce NOCTABA ¢ NOMOLLTA Ha KIMHWYHUTE KpuTepui Ha Curacao (1999).
JleyeHWeTo & CUMNTOMATHYHO W 3ABMCU OT WHAMBWAYANHUTE NposBW. [P HABPESMEHHO pasnosHaBaHe U

'\ 8AeKEaTHO KOHTPONWPaHe Ha XeMopaniuTe NporHosaTa 3a nayueHTuTe e gobpa.

leHHa MmyTauua | Xpomozoma |Tun Ha zabonAeaHeTo KpuTepuu Ha Curacao (1999)
EMNG 9 HHT -1 ErmcTakcunc (B 80%)

ALKA 12 HHT -2 TeneaHrvekTasmm (B 75%)
RASA1 5 HET (Hereditary benign teleangiectasia) Bucuepanym neavu (B go 30%)
MADH4 18 JPHT {Juvenile polypaosis overlap syndrome PamurHocT (B 80%)

. OA CE YCTAHOBAT NPOMEHMUTE B KAMUNAPUTE HA OKONMOHOKBLTHUA BAIN C MOMOLLUTA HA
KAMUNAPOCKOMCKO W3CNEABAHE.

OMNUCAHMUE I Mpun naynetka Ha 55 rog. v 17-rog. gaBHOCT Ha 3abonsBaHeTo € M3BBPLUEHA BUASOKaNnUNApo-
HA CYYANr CKOMWA Ha OKONOHOKBTHWSA Bal HAa NPBbCTUMTE Ha ABETE pbue ¢ yBenuueHme 160 n 450 nvTun.

KANMMNAPOCKONUA

‘

e = = —

OepMaronorMyeH CTaTyc: AHMUeKTasmM no NULETo, KanunapockonuA: Ha c¢oHa Ha yuyacTsUM ¢ NEKO U3paseHa
YCTHUTe, TBBPACTO HebLle, ropba Ha phLeTe U NPBCTUTE. CNACTUYHOCT WNM CNACTMKOATOHWA ce HabniogaeaT OrpoOMHW,

HaTuBHa nepvaTockonua (yeen. 60x): Habniojasar ce CUMHO AWRETUPAHW Kanunspu, eaUHUYHW W Ha TPYNW, Hanoao-
aHMeKkTazuM W TeneaHrMeKTasum B oBnactta Ha Gagawn rposgose. Ha mecta ce HabniojasaT mpexd oT
OKONOHOKBTHWA Ban. YABLIKEHM W yMEpPeHo JunaTtupaHu Kanunspu ¢ aHacToMo3n

MeXKaY TAX. KpbBOTOKBT € C HOpPMANHA CKOPOCT, HeNpeKbcHaT B
AUNaTUpaHnTe U C KPATKKW NPeKbCBaHWA B OCTaHaNUTe Kaninapu.

Opyra napaknuHuka: 6.0.

SAKINIOYEHUE \T’ ;;\ HawwuTe pesynTaty ca B CLOTBETCTBUE € TE3W HA Apyru aeTopu (Mager, 2000; Pasculli, 2005).
4 HabniogaBaHeTo Ha Merakanunsapy ce NpUeMa 3a aTNMYMTENHa YepTa Ha 3abBonsBaHeTo, Kata
TAXHOTO pa3BuTve ce obacHABa ¢ reHeTUdHO obycnoBenaTa abHopmanHa aHrMoreHesa.
BuaeokannnapockonuaTa Ha OKONOHOKBTHWS Ban € AoCTbNeH HEWHBa3MBEH METO A, KOWTO MOXe
Aa 6vfhe noneszeH 3a paHHO OTKPUBAHE Ha HANWUWETO HA TENeaHrekTasuu, eAWH OT YUBTUPUTE
AVArHocTUYHK KpuTepuK 3a sabonsBaHeTo.

KHUronue wager J. etal. Walue of capillary micrascopy in the diagnosis of hereditary hemarmagic telangiectasia. Areh Dermatol 2000, 136 (6). 7324
Pasculll G. et al. Capillaroscopy of the darsal skin of the hands in hereditary hemarrhagic telangiectasia. QUM 2003, 98 (10) 757-63.
Showlin C. et al. Diagnostic criteria for hereditary hemorthagic telanglectasia (Rendu-0sler-weber syndrome). Am J Med Genet 2000, 91 (1)
£6-7

TIOCTEPBET ETIPENCTABEH HA 1ll-ra KOHE®EPEHI[MA 34 PEAKY BONECTH W JEKAPCTRA CHPALM, 14-15.09.2012, MTIOBIME EBITAPHA
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OCTPA YEPHOOPOBHA HEOOCTATBYHOCT MNMPU BOJIECTTA HA WILSON
CNEQ NPEKBCBAHE HA NEYEHWETO C D-PENICILLAMINE
OBA KIMAHWYHW CNYYAA

A. Franuesa, M. CramBonuncka, 1. Koues
KauHMKa No xenatoracTpoeHTepoaoris, MeowuwHeky yaveepeuteT, YMBAA 'CBETA MAFIMHA" - BAPHA

Bonecrra Ha Wilson € d8T0300HO PELECVEHD HAPYWEHWE HA MEpHATR xomebcTada [TpSaMaEWKed €& OT MYTALMW 8 TeHA. KOLMPALL MEn-
TpaHENopTMPalaTa ATP-a3a - ATPZE, B peayaTaT Ha HEMAASHATS DUANEDHE BREKPELINA HA MEATA, TA NBTOASIMMHO C8 HATPYTIBE B YEDHNA OpeD, BNSCASOCTENE B
HEPBHATA CHMCTEMA. BLOpELMTE, KOpHEATE W APYTH Thkahd. Bea CreUMprYHD ABYEHNE TOKCHUHOTO MEAHD HATPYMBAHE NPOFRECHDE M BOOM 00 HEOBEATUMM
YEPEMOaHWA W thaTaned Kkpai. OoTpara uepHoopobHa HegooTaTeyHooT (OMH) mome ga e npea npofea Ha BorecTTa. DyamMBHEHTHO NpoTHMade ce HaBialonasa

CACT MPONEANHTCANIO NRCKLEDA) 2 110 ACHS| IMETD.

MpencTaBAme [Ba KAMHUUHM CAYUAA HE MALMEHTM ¢ BOAGCT Ha Wilson - UBpHOmpoBiHa W HEBROAGTAMHA (GOPME. PAZRUAW DCTRA USPHOAROGHA
HENOCTATEYHAET Ha (HOHA HA YBPHOOROBHE LWPO3a cABL CMpaHe Ha aedeHUeTo ¢ O-penicillamine.

MB. w2471, nAuMEHT 1

BanacrTa la Wilson a Quarios TMUMpaia Ha 12 roauHe Beapacr (npes 1892 1)
M NOEON HE BCTEHORANHAWWA, WKTEPUYEH W OTOHEH CHHOPOWN, XEnaTomMeranids,
REMAAMTUYHE AHEMIN, TOBULEHA SMMHOTRSHCDEPAZN, BEAeBN HA HEMAAEHA
OHHTETHUHE Y2 pHOOPOGHE PYHKLMA — HUOLK XOASCTEPDA W MROTROMEMHOE MHISKG,
KMNQAADYMAHEMUA. Jany 33 GTEAQHEHWA B MEQHATA OBMAHA — HUGKH HWEE HA
CERYMHETE MEL, 1 LERYADTAZSMAHE.

JapouHaTs deuende o D-penicilamine (Cugrenil), koere npesesna B rogwHil.

MpocaeieHnTe AABOPAETORHN NOKASATEAN 8 B TDAHMLMTE Ha HOPMATE, O WakaloHeHWe

Hit HG KM CTORHOCTIA HA LGRYAONABIMUHA W CEPYRMHATA Men,

pe3 2000 r. chBp UIEBALLIEHA YBPHOAHRORHA BVDNCUA, KOATOD HA  YCTAHORAEE
MDENLLIEHS OTAArEHE HE WS, ABHEHNETO B NRSYETAHOBEHD,

Npexsceane HENeYeHNETD 38 4 royHU,

Mpea m wnn 20040 @ 20UV IEAAESEI U GHELHLG L 1 Knadmkene oo
RENATOMAOTROCHTEPOAGIHA D NOBCL HA, NPOTReCHDELIE O6LLL|’3 CTIAQHANDCT,
KOPaMHA BOAKE: MOMBATAGIHC HE KOMATS W CRADPATE BATRYAHIHD AWLLANIS: OToUW A
BOAHATE KRARHALM.

OGeKTUBHO W3CNBEBAHA: TaMKD GBLUO CheTaRime, BAomn kawa U AMrasnln,
MHTEHIWBEH WKTER. AMNGEALLD IWLiaHe B JBeTe SeACOpobHA OCHOBM, LaHHN 38 aCLnT,
I'IpETIﬂbWE.!J\ HW QT

MM, s, 33T, nAuMEHT 2

DINAAKRAHIATA NATURAT aT 18 ropmuns pezpaet (19960}, KOrato fe nodrds
TPCMOP Ha EbUETE, KOWTO NPOTRCCIpS i OBXEEHAA TAARATA W AOAHMTE KEAAHALK.
MOYERKLT C& HAPYLLMA, FOBORLT GTHAA HE MOMEHTH EKCNADZMBEH,

Ha 20 ronyiuHa Be3pacT (1996r.) B XOCIMTANM3NPEH B FAHHUKA Mo HEBROADTHA.
BL3 GG100A |18 A81IHATE 30 08C TRANMEGMALET CWILAGR, STRABHTME T8 0 MoEETa
clmAHa — HMcKa capyMHa man (541 pmoldl). sucoka CAoHTEHHE Kynpuypua (10,15
Hmoli24h), HaaMiue Ha npLcTeHn Ha Kayser - Fleischer, exorpackuTe OaHHM 38
HEPHONPOEHA UMpO3H, e NPUETH JMATHO3ETE XENaTONEHTRKYRAPHA AETEHEPALINA -
HEHDUALMYHE. 1 HEPHUBIOEH  Gopmie, TOlbsE & 6 HUDRIEAHN  SepHOIpUEHg
norazatesy. OHK aHaAMa®T NOTELEHOaED OMArHOEaTa — XOMOBUrOT Mo MyTaUWATE
H10E20.

SANOYHETO-8 aeveHrs ¢ D-penicillamine [Cuprenil), kKoo BoOW 40 3HEYMIBAHG
PEOYLWPEHE HE HEBPOAOrHYHATE CUMNTOMETHKE.

MPe s CASUEALLM HE | CUUHW HEALWE | b1 MIAOLORE » B LI (1 5}
NPORBAHMTEAHOCT OT HAKGAKD MaCeUa A0 2 roaHN, Hasule caAsBopaToRHE JaHHWA
33 XANEPCAAEHUZEM & TPOMEOLWTONEHAA. ABKA AKTHBHOCT HA AMWHOTPEHCDepasnTe,
ITT AR, Hneek uopyaonAzamdH (T 030/

Mpes m. mapt 2011r. & RocOnTaAnsMpaH & KAWHWKETA N0 AeNaToracTpo-
FAHTEANATEAR O ANAAKBAHUE O O PEREnal LA ARTEAOANMHAMKS  TARAET | HAT -
HATOCT B KOPEME, THMHE YPWHE, NOMBATABIHE HA KOMETE N CRADDUTE.

Npexbcran G iloT3-4 1y

DOBKTUAHD M3CNANBAHE: YOPOOGHD OO CECTOANMD, AOKA ORAOANCUKKAA. WH-
TEHSINEEH WKTER N KOKATA 11 CKASDUNTE, A3HHIN 38 ACLIWT, A8NATOCNASHOME 2K, ABK

NBCTIEABAHMNA  esicpHaopHin e KpaiHn it
TALIMEHT 1 MALIMEHT 2 MALMEHT 1 MALINEHT 2
MoKazaren 1 2 3 1 2 3 MoKa3arEn 1 2 3 1 2 3
Hhb {g.1) 37 20 1] 147 121 129 ¥ (%) 32 13 3l 45 26,5 4.2
Tp (ay 194 20 &8 Ta 43 38 wan =20
Ad (1L 35 125 147 219 202 248 tndpaxores (g} 3 0T 1.3 23 24 2
T 1) 252 54 145 118 94 116 Un g/t o.za = [chil3 oo - -
Ot GP(pmol1) L. (.2 154,38 a88 4H ;=14 Man capym {umal;l} XY 18 12 30l £ =
RACAT {101} T 120 G2 aus B H2E nen ypwHa (omol/l) 159 456 174 B - -
ATAT (11 54 218 100.5 750 B72 1097 KONMHecTERasa {|U/1) 1507 2574 4626 2471
Ay (31} L i 22 i A ShA s AN 5 ALKRA (. Epmrosmrin iparens 5 AMA L, AHA 1) EMA L ALKM (2
Hb = seeats a0em, To- goedGeurne B - UnH | i, A T ey popalaros Arasel; - B 1301 S 20 00 BpSes ke ABuEke ) 3 - 8 kpal

Exorpagwa - yMepeHa xenaToMerass ¢ HORYAApHa XETeporeHHE CTPYKTYRE W
WMPOTHYHA NPSYGTROAKA HA MARSHYUMA, MORTAMHE XMNSETOHWA, GHAFHOMBrAAWA,
ACHMT, IRYGTREHHN TASRRAAHU MUK,

BRQmWKPOCKONIIR — HANE AAHHN 22 NERGTeH Hat Kayser— Flaischer

HDBPQFIOI’H'-IBH CTATYC — ABK MHTEHUNSHEH TREMOE TR | IDCOI‘IOKZ{‘J}J.’\G‘-{HETG.I‘IDDSR.
AHK aHanua  xsTepoauroTHO HOCUTEACTES Ha JB8 MyTallk (fcompound heterazygote)
- H10690 1 P1134P s,

Exorpadma — 0aHHN Ga HSpHONRoGHA LWR03E ¢ XeNaToonAsHOMBrants, NOpTanHa
XNNERTOHIA, YMEDEHD MSDRIEH ACLNT,

BHOMWKPOTKONS — | SARYME HE NpbeTonn 1a Kaysar - Floischer.

Heeponormued cratve - eNbp XODMIOHTAASH HUCTATEM M THENMGR H3 TORHW
KRERHALIM.

MPT Ha rnageH Mo3bK - CUMETPHYHA 30HA B MOZEUHNA CTBOA € NOBMLLEH CHI HANEH
WHTEHSMTET Ha T2 M XUNCHHTEHSWTET HA T | 0bpEanTE.

Pehtretiorpaduana ban apot  [0SHOGTRA I3 BEO! XA IEMOHAA.

KNMHWYEH XO4 HA BABONABAHETO

= 0Ipa YepHoLpobHA HELOD TETEYHOC = OWAK cHHIpomM
+ Ucrpa Coombs - HeraTheHa + MNpexopHa yepragpobing
REMOANTIAH HE BHEMWA eHUedaACHATIA

= Ocipa GebpeE IHA HAUASTA | BIHOD )

» [porpecupalla yepHoupohHa = DOTpa DVKATEAHA HENOD TATHIHOGT
B B RS HUGE = HEBIC R + TEpMUHEAEH MOSBUEH W BEAOSpDEEH
HANESPEAMPYEUHEMIA I TRAHCSMWHAZEMNA 1ok

» MayrTyipalua eHUedasDTaTHA

NEYEHNE

= AR 11RO AT HERH AGHEHIG:

» BizHusm mHlyEmn mi | aduraang consm
paarecou

* AEMATCNROTERTOR

« XenaTpaHcdiam - 5023 ml

= MagzmonperusarHn - |2 400 mi

= Human albumin 20% - 2700 ml

= Koga mkoc spoae, AHaBuc AL, ey ps i

« B rmnpan dakiop B, AarkoRdrmH,
nostpen daskiaT

« Xenapue. Fopooke, GROSHHGREH

+ ABDOMHHAAK M MASBLAAHN NapalEHTE W

« WEnnnapdyEmra

* Mazzuadepess — 0BG CERHCA

« D-penicillaming (Cupranil) — B Nk BaLs
e non no 1500mainH

= BEHOZHW MHQY UM HA FAIOKOBHD -COAEBIA PAITRTRM
= XENETONpOTERTORN

= Human alumin, AuypaTlm

= AHTHEROTIL

= KopTukdcTEpoMan

= L-peniciliamine {ouprenl) - 1h0o mg/oH

W3X0A HA SABONABAHETO

» MpoTengnHa NoAobpeHie HE GRWGTO - TRaika TEHREHLWA KM HOOMEAAAHERRE Ha
CLLG L HHE, HAACKIATOOHAR NOSAEATRMM,

= FHHILEIAL SN 2161 AUMOAL e yapdi )0 1123 CACHBALAMTS  Fomlly. KRsLIATA. KapTHlE i
CETRAT BaBRedin HEODETETBHIET (Y HKLIMOHEAHALE SEPHONLIOOHI 10 e HEl L

« DB ARG e, RGATRPETHALE W TG B2 POPRBAMEHDAT | IEUABK LT 00 HYBOTES HaTkAAD
ACLATIIA CHIIZADM, CUUETEN WA G100 EIREEL AR £ S T

+ Bonectra Ha Wilson mome 43 Aoseie 10 HharaneH kpan Ge3 AEKEATHA TBPaly.

Exituis |etalis

SAKNHOYEHUE

+ Efda o7 ocTRMTE GOPMI Ha 3800AABAHETO MOXE fa Buoe MPOROKUpEaHA OT CI'IHPEHE He AeveHWeTD. B TesK cayYal BKAIOYBAHETO

HeEl XEAATOR He BAHET M BOEW [0 ﬁAaFOﬂpHHTﬂH Haxog,

+ MenuKamMeHTOIHETA TEPANMA A0 MUBOT 8 OCHOEEH NPUHLINN 3a NPenoTepaTARAHE NPOrpecuATa Ha GoAecTTa.
= 3anouHATO HABPEME, ABYEHMETO BOAW [0 NDYTH MBAHO 0OPATHO PASBUTHE HA CUMITOMUTE 11 OCUMYPABA HOPMAAHA NPOSbAMA-

TEAHOCT W KAYECTBO HA MUBOT HA NALMEHTUTE.
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

HawumaT onut B eH3aMMm-3amMmecTBaLwarta
Tepanua npm bonecrtra Ha Gaucher

P. TuHueBa', [l. AspxumeBa’,

YBoa

" KnuHnKa no eHgoKkpuvHonorua U reHetuka, CBANAB, M®, MY- Cochusa
2 HaumoHanHa reHeTn4Ha naboparopus, CBEANAI ,Man4uH gom*, Cocus

WU. CuHurepcka?, b. Papesa', A. Kagbm'

BorlecTra Ha Gaucher e Hafi-ecTaTa W Haii-
YEMellIHO MekyBaH 32 MOMEHTA MH3030MHa 6oreeT.

MauneHTU n MeToan |

3aBonsBaHeTo € CrGACTBHE Ha AeMUMT Ha
eHIMMB  MMIOKOUEPEOPOIMA3A  (KACEMa  GeTa-
IMiokoannaza), kofito BOAM Ko HaTRYMBaHe Ha
HEPAATPANIEHH MIOKOCHMHIOMMMAAN B MHIO3OMHT &
Ha KMETKUT OT PETUKYIO-GHHOTENHATA CUCTEMa.

PBGT, Termo Hansrane,

Tleuenue Ha MauuenT © Sonect Ha Gaucher upes A At

BLBEKIAHE HA MUMCEALMA EHIUM B opranuma

cona oceiaraza (KE)

[eanagecer nauerTu c Gonect Ha Gaucher (11 ¢ Tun 1 u 1 ¢ Tun 3} Ga neryaar ¢ Cerezyme 2a NEPHOA OT 2 . 40 11r.4m. (cpeaHo 6r2m.). TMpu BCUHK NALIASHTIN AHATHOIATA © JOKEITHA G SHOM OH
BHANA3, 3 NI MACT OT TAX & HanpazeH u IHK aHanus (Tan. 1). Hava noro Ha TepanuaTa e b WAPOK AUANA30H - P HATHMANKAA NBLUEHT € Ha 1r.8m.,
MELMEHTUTS NIsUe HAST & 3AMOUHATO B AeTCIA BL3PACT. VlikhyauuTe ¢ Cerezyme ca NDOREXNAHA Ha BCAKA 488 ConMULW B 1033 13-62 Efkr/ndsyaun (cpeaua 4032 32 EAr/urcbyaus) 32 aeLp ¢ Tun 1, 20-
40 Efirfurpyaus (opeana 403a 30 Ekrfitiyauns) nput 8 bapact auTe naLuenta CTun 1 1 23-102 Eikr/chyana (cpeana 403a 39 E/Kr/dpyans) npu naupenTa ¢ Tun 3. Mpenu BoaKka hdbyaws G2 WanepaaHu

a paswepuTe Ha cneska u vieped ApoS. Ha aceut Tou meceUa e wicnenaana MKK. faa kT rOMMILIKO G2 ONPELENSHI €XOrPACHGKA

P Ha i BL3BCTHIA HA 51 1, KATO MDA Genew oT

Fpenu saroveane Ha EST PECTHT U TETIOTO HA TPW OF MOMMSTATA Ca Nog

BCUMKH NIeKYBEH NELUSHTH MOHACAT WHOTO QOTDE UHCYIHOHHATE TEPAMMA G Cerezyme, KETO NP HATO SLAH He Ca

HOPWIATE 33 CLOTRETHATA BRIPACT, KATO W Pk
TPUMETA PEGTET 110 BPENIE HA NIGYSHUETO GE HOPMANHIUPA . [P MOMMETO G GoNIecT HA Gaugher TN 3 PCTET B HAYANIOTO

(2001 -2012 ropuma). Tabruya 1. Pesynmanmu om ewsumweme u JHK awamusy,

onecm Ha Gatoher

il ong 193 Maunent | Betarnioxoanpasa Wyranm
{Eam) " © il “?Pﬂ"'m Ng JHopma 4,220

© Murnyuepaaa erezyme, Genzyme a nmolMUThmg!
Sarotl sompany) N SoneoTrs a Gausher & ; Lo Pesynratu

2 2,31 N3708/N156R

roremm rpyni nauventy [10]. Mokasanu 3a nevenne 3 e
upes E3T ca Mella W BLIPACTHH © GoreoT Ha 4 == T CTRAHIHA Pk
Baucher, KOWTO WMAT &AWH WNU NoBeYe oOT -
<neaHuTe . AHEMUSA, 1EHHA, s 0.74 N3708/R463Q
KOCTHO 3acAraHe, onr L 2.1
GucTemmoto nevenue upes E3T ¢ Gerezyme Ha ki 148 NS70S/8 bp del Ha TOPANMATA & HA 3T MENCeHTIAN, HO Nopani
GLArapokuTe NAaUMeHTH 3aro4sa Npes 2001 r. npu 8 2,58
Jeua, a npes 2004 r. M NpM  BLApACTHA. E] 185 L444PIDA0SH
TR ACTaBAME BH peayITaTHTE OT Taan TepanHs NpH 15 504 N3703/ DOSH NEMEHUETO TOTM NIOKATATEN C HOPMANUZIDE (DA, 1)
12 naumenTa ¢ GoreeT Ha Gaucher, NekyRaHW B 11 3.18
Knumukara no rewetuka 3a nepuop, ot 11 rogunm 12 172 N37087 L4d4P.

Tpu 3aniovpane Ha NleweHeTo 11 oT NALUEHTUTe Ga ¢ aHen (Pur.
2a). flocTurane Ha HopwanuTe cTodHocTu Ha Hb ¢ oTveTero mpn 7/11
NALMEHT NPE? NLPRATA OAUHA HA MEYeHUSTo, npit 2/11 Npes BTOPaTE U
npa 1#11 npea Tperara. Mow nausent 10 cnea mupeosauanto Supzo
HOPMBIUBUPAHE HA CTOWHoGTMTe WA Hb Npes Nbpeata rogwha, npes
TONUMA © OTYOTEHO MOMMKARAMO HA TOM NOKAIATEN, KATO
BHEMUATE Go JbAANBOHARA U 363 CEASALLINTE 48 FOAMHM.
[lleana CreHeKTONWDaHA NEuUeHTITe (3 W 11) 63 G HopmMAnHm
WTe NpA 22M0uRAHE HA TePAMMATA. BoMKH
ocrakanu ca ¢ TpowBoLTonenwa (10/12). Mon 2110 crofinocTate Ha Tr ce
0B MLUZRAT MHOTO BaBHo, 663 A4a Ce HopManiaupar (3 u 5). Mpu 7A0 Tr ca
JOCTATHENI HODMBTTHU CTOMMOCTA XAy BTODATA U NeCeTaTa ronuka. Mo

TONIIOBeTe Ha PACTON GO SaBARAT SHIMTONHO 1 PLGTLT @ MHOT M0 Bk SPACTORIT HOPA. TeTOTo Ha T0BA AGTE GHLIG
0GTaBa HAGKo. M ABE OT MONMETATA U SAHO MOMIME G HNGKO TR0 NDEAN 3AMOVBAHE HE WHDYINWTE, B X043 HA

FOAUHE OT NEUSHUETO

S/10 MAUMSHTH & OTueTedo wWzueaaHe HA
TpouSoLpToneHATa.  Viaimiowenue npasn  maLpent 10

Puzypa 2. [unawind N KEMATOTOUSHUITE ToKGIATEI 10 SpeMe Ha E3T /2. xemoarotun; 6. mpomGouimul

Xerarmotm Togeun
aTopata
ZF CTONHOCTH HA TPOMGOLAT!
ceupaana ©
Tepanmera

e epenapes

|

T

e
i~

Dueypa 3. [UHANLIK Ha ODRSHOMSRATIIAE 10 Spewe Ha EST /5. CIeHOMEanus; 6. xeramoweeanusy’

[— [PETpSw—

=

KOIiTO € G TexKka TPOMGO LTONeHUs Pl 3ariovaaHe Ha
(6100L) u no HUSTO _GTOHOGTUTE  Ha
TpomBoLTUTe Co 23R pKAT HAGHA (10-31x100/L) (. 26).

Cneoxenaromeranus

Tpuna ot naue T ca o pevora
253pacT. Mt TPUME © YCTaHOREHO SHAMUTENHO HAMAJSIABAHE HA Pa3MepUTe:
WA crexara. [pu NeT of MAUTHTe MANNETODHO We Ce YCTRHOBABA
VBSNHGHA CTIOTKA MEXAY BTOPATA U A6CATATA FOAHA OT HAUANOTO Ha EQT.
[lpit MALMeHT § Gies HAMANARaHe HA PAZMepUTe Ha OpraHa o 14 om. no 5
M. PE3 MEDBUTS GEISM TOQMHI HA NIEYEHUETO, NE3 OGNATE rORUHA &
pemcmupm yeenu-agaue ua cneacata 2o 11 cu. (Bur. 3a).

M3 OT MALWeHTUTe Ca 6e3 XeNaTOMEranusi Mpw 3anovaaHe Ha
neﬂeﬂwem, P 3 PASM EPUTE HA YEPHAR ADOD HENAMARAT JHAMITNHo Ge3
43 €0 HODMETIZADAT, N1 5 PAUEPUTS C& HOPMATZADAT M O3AY Nk PBATA
Geauara roawsa. Mput MaLeHT & pazmepuTe HA vepHs ApOS HaMANARaT
0GTENeHHD A0 YETRLPTATA FOAUHA HA NIEYSHUETO, OT 6 N 40 1.5 G, Mpes:
CReARALUTS YETHDH O ZMA OCEUS 1A OTHORO MOCTNOHHO YBOUMARAHS
W2 pazmepuTe Ha oprana 30 & cu (dur. 36,

Erovmn

EQuH o NaLueHTuTe (8} & C HYNena a dTHRHOCT HA XHTOTPUOIAAZ2AT.
Mpu aeawa naLyrenm (3 1 11) 22 ABeTe OAUH HA NeEHAS B KMHAKETE He.
2 OTUETEHA CHLIACTREHA AUHAMUKA B STORHOCTHTE HA eHIUWA. TToM NALeHT
10 BKTURHOCTIA HA XUTOTPUOINIANTA MAMANs@a 33 MLTM U 4OCTAA
Wopwanau CTofimocTu npez sropara roaaa. Mpi ocrawanure ocem
NALYIEHTH BKTUBHOGTTA HA ©HIAMA HAMANARA OT 2 g0 20 MuTw, B3 Aa ce

o nawpent 11 23 ABeTe roAUHI Ha NeveHAC B KNAHUKATA & OTHETeHO
FIeKO NOBULLIE HIAS HA CTOMHOCTUTe Ha K. Mpu 8/12 aKTMRHOCTTE HA eH3uMa
o uauanana_(or 15 80 T T, 562 83 JocTirue opamat coftioct.
Mpu ocrawanute Tpwua naenTs CroidHocTiTe

KaTO Pt MALMEHT 2 ToBA & GTAHANO HA LUECTATa ro;:mna

Duzypa 4. [luHamnia Ha UNDUPEKIIME BUOM APKEPU N0 Spete Ha EST
1. xumomptiostdasa, Hopwamiv omoLivoomu 10-120 nmollimiiy 6. keioera OCEaIMasa, HOPWEHL omoteomH fod 13 U/

Ob6cbKaaHe |

Ha 200 a3t wyTBLAM Ga WIeHTUGMLMPEHN B reHS, KOAUPALL TMIOKoLIEPeBposHAR3aT [41. CaMO TPH OF TAX 62 AOGTATHYHO YEGTH 33
A3 6 HANPABU AHAMUE 33 HAMIMUE HA reHOTUNPEHOTHN KopenaLwa []. Mpu N370S MyTALUATS & ChypaHeds GnUaa Ao HOpManHaTa
KaTArUTIMHE GKTHRHOCT HA SH3UMA, HO © HAPYLUeH TPAHGIOPTA HA HOBOGUHTEIMPaHAR BenTk K [5]. N370S/N3708 reHoTUmLT moxe Aa co
NIPOABI OT BCHNITIONHE HOGHTENGTBO 40 TEXKa KAHIMHA KAPTUHE [1]. Bee NaK oo NPHeMa, 4e HOGUTENGTAoTo Ha oke eaun NG7OS anen
NPRANAIRA OT NOABATA HA HERPOMOTUNHE CUMITTOMETHKE. [DW HLLATE MALMOHTW WIECT OT CejemTe WRCTIeiaaHl Ca XeTepoMrOTHM
HOGITEN! HA TAIM NYTALYAR, KETO NPI BGHIKA NUNCRA HEBPONIOTH-HA CNMTOMATAS, Ho KNAHUMHATA KPTUHA ©  pagnauHa Texeot. Mpu
L444P MyTaLAnTa Ge CUHTEIHPE HeCTAGHNSH SHANM G MHOTO NEMKA OGTATEYHA IGTANNTIMHA AKTHBHOCT [S]. J8aNa OF HALLMTE M LHeHTH
G XSTOPOIUrOTHIN HOGHTONH Ha TAIU MYTALIAR, KATO KUHAYHETA WEABE © NHOTO PARNAYHA - MALyeHT § (L4ddPIDAOSH) e ¢ Gonect a
Gaucher TN 3 1 TexKa NPOTPECUPALIA KOGTHA CAMTTOMATMKE, A0KAT NaLenT 12 (N37OSLAALP) ¢ cuc cpasmimento Texka dopua Ha
THY 7, HO ¢ MHOTO Gbp3 eperT OT NeveHueTo. TPETTS CPR BHATEIHO eoTa MyTalma - DOGH Aasa orpaHaveHa. WhpopuaLMA s
POTHOTAT A 3CHNARGHCTO. TDINMG_OT HALWTO. TALOHTI G3 XSTRDOTOTHN {DGHTONN Wa TA3I NYTLUA ~ MBLIOAT § & Tun 3
(LUPDAOH) 1 e 3 110 N Wnrepecio e e 2 G G AHAKL B [eHOTU, HO KNMHAYHATA KAPTMHA
© PAIMUWHE — NPU NALMEHT 4 UNA MHOTO bP30 MORNWABGHE HE XeMATONOTUNHUTE MOKAZATESNIA U OPIAHOMEraNMATA GIIGACTRNe Ha
NeueHASTO, SOKATO MPU NELMSHT 10 epeKTET OT EST M0 OTHOLIGHUS HA TEXKATA TDONCOLUTONGHIS U BHEUITA & CANO YACTIMEH W
BpeteHeH, BENPEK! HOPUBNUIMPAHETO WA BUONADKEpATe. AHANUILT HA HALIMTe NALMSHTH MOKAZR3, Ye NACEA CUIYPHE reHOTHTH
PeHOTHN KOPeNaLtA NP ToRa 330N ABAHE 1t TEXECTTA HA KTHHIHHAT KaPTHHE BEPOATHO G& OMPeAens 0caeH oT BILGA HA MYTALIUTe U
OT reHeTMHIA DO,
Pl /11 o o maugtowmi b co o iopuamuassan mhes mupauro sao rogs 12 nesenwsoto- OGranaruto asaus, s Kauro Ho o
HOPMANMZUPA M0-GARHO Ga GG GPARHATENIHO Neka GpopNa Ha BONeCTIa  M3ARA B IPANA BLIPACT. ToBa MOTR LEKAS!

OT neveHHeTo, & npu NAMENTH 4 1 10 Ol Npes NBDBATA rOSUMA OT
aanoueane ua EST (Dur. 46)

Suzypa 1. Queaveixa wa proma
u meentome o spewe Ha EGT
A deva o Goneom wa Gaucher

Jak/mouenye

E3T fHec ce npieMa 3a ,amaten

3
£
3
b
3
g
H
z

PESYITaTH NOTBLPAIARAT MHOTO
POSPUST eheKT U nUrcaTa Ha
CTPEHIHHH [DEBKUMM OT MeMEHUETO
< Cerezyme. Hamarssane Ha
‘OpraHo Mer arnsTa, NofoGpnBaHe
Ha XEMATOMOTUUHUTE NokazaTen
W CLOTBETHO MoBUILABaHE
Ka4ECTBOTO Ha KWBOT Cé OTUMTAT
W NPH NaUMENTHTE MekyBaHH ¢ Mo-
HUCKH OT NIPEMORLMATENHATE
o3, XeTeporeHHaTa KIMHHYHA
KapTiHa Ha GonecTTa Ha Gaucher
NOHSKOTA BOAM 10 3363BSHE HA
aHHoTO

nonyiena T Gonnock et al. [4], e GTeNeMHo No-10GLp OTFOROD MO OTHOWEHAS HA GHEMIHATA Ge OTWATA NDH NO-TEXKO 3aCETHATH

naLenT. Mpu nauwent 10, cnes ua Hb u neto

Trnpez mupaure aze roAmww, npea roaumu o1 Ha aHewuATa u TpoMGo\_Mronemea

VIHTEDEGHO €, we TORE & eqUHOTBRHUA MBLIIEHT, NP KOITO Ha neveHteTo — u ke
nowmaRaT, Ho ce caen Toza © ROTCKE BLIPACT U TCOPUTINHO Ge ONaKBA HOPMENAZAPEHE

2 Son w3 Tr oo pes MLpaArd (0@ 1 neweineto. MlOpoA WIRECTIATA SCOELIR 18 SoneoTa e GaGnst G Ko

otuereno

Suzypa 5. [poapecupato 3a0saane Ha KOOMHAIMa CUOMEwNa
pu radenm
o Bonzom na Gaucher mun 3.
a. Mossa Ha 1igh03a TPedl 33F0YSAHE Ha FISHEHLRITIO
6. 8mopa cotua om vatanomo na E27- mod ApoapecUpata KiGOoKONLI0Za,
bopia Ha menama wa dony mopaKan PN

AMarHOCTHLM[FAHE Ha Te3H
NALKEHTH € BakHo, Thid KaTo
NIEUSHHETO & Gea ShekT MpH Bede
BLAHHKHAMM TEKKM CTRYKTYBHHU
KOCTHA HaMeHEHMS,

2M0KAYECT o 236ONARAHAA [5, 9], MBLUOHTA AKTHRHD Co Tlpu aciin
naLeHT (G uzKnIoNeHIe 1A NaLmenT 10} KMHAUHAT CaTOMAT AKA cahp:aua 3 tpoMGoLMtonemea (enucTarcic) wena ouje Mpez
NEPBATA [04MHA GN1eA dantovaae Ha EST, a GPoAT Ha Tr oo N10B LA Ba, KATO P /% A0GTWTAT HOPMEMHM GTOMHOGTH 38 PAI|EH Nepros
— 072 50 10 ropuit. MpU TPUME NALASHTA & YETaHOBE HO 5-6 MLTH HAMANABAHE HA PAZUSPUTS HA CMIEIRATI, 3 NI NET PAIMEPUTS if &
HOPMANMZUPAT M0y BTOPATA W AeCeTaTa rofuHa. pi NALWEHT § Cried HAMANARA He Ha pa:Mepme Ha OpraHa npes Mk pauTe cefem
TOLUHA HA NEYEHUSTO, IPE3 OGUATE & PeriCTDHPEHO Wa cresraTa
cranaga ¢ Ha gozara Ha 3 va 102 Mo Toau nauwem o Tun 3 ua 3aBonARaHeTO BUGOKATe 4021
He YGNARAT A2 PEACTRPATAT 1 HAPAGTABHETO HA YePHAA ADOD. [P BCHMK OGTZHANW TALWEHT G XeNATONETaNNA NP JANCYAGHE HA
NeHEHSTO, PAIMEDHTE HA ODTAHA HAMANARAT JMAUUTEIHO, KATO NI MIST OT THX NANMATOPHO HE & YCTAHOR A3 VBRMUUEH HEPeH APOD
MeNAY Tk pRATE U CeAMATE roAUNa.
© waii-vecto Gnouaprep N GonecTTa Ha Gaucher. TA € HAKOMIKO CTOTWH METW MOBULISHA Mpit
naLpenTATe © Topa 2360nARaHe [7]. 5-6% OT NOMYNALWATA G2 HOGHTENA HA ,HYNeE" BAPAAHT HE reHA KOAWPALL TOZH CHIUMA 1 NP TAX
SHIUMLT XUTOTPMO3WAa3a Nuncaa [2]. MaLWeHT $  HOGUTeN Ha To3n MONMMOPMIbN. [Pl OCeNM OF MALUEHTUTE AKTUBHOGTTA HA
XUTOTPUOIAAEIATA HAMANARA OT 2 1O 20 MLTW §02 42 AOCTUTHE HOPMETHA CTOMHOCTH, 3 P S4MH (10) Co HOPMANUIADA DL HA RTOPATA
ronua. Mpu gaama nauentut (3 u 1) He & OTUETEHA CHUIACTEEHS AUHEMUKE B CTONHOGTUTE HA SHIAMA, KOSTO NOXE A3 Bhie OGACHEHO
C KPATHIA NIEPHOA HA NIGYSHASTO WM B HALETA KUHAKG — ABE rOAWHA. Ci wexay
CTeNeNTa HA HAMANABAHE HA SHZAMHATA BKTHBHOCT W MPORLMKHTENHOCTTA M nevedde. EMzubT Keb ce & wopuanuaupan npu 3 ot
HELAT NaLUeHTU, MPU & AKTHRHOCTTA My © HAManANa (oT 1,5 40 7 NbTu), 663 43 AOGTUIHE HOPMANIHM CTOIHOCTH, & Mput 1 3a AseTe
TORUHA HA NIPYEHUS B KNUHIKATE © OTSTEHO N1OKD MOBULLICHINE Ha CTOWHOCTAT Ha KEb. He Ce 0TIKpUBA 2a8UCUMOGT 1eX4Y AKTHRHOCTTA Ha
Kb G HanuieTo Ha KOGTHO 23CATAHE i PAZEpUTe HA CNEKATA, KAKRATO OTHMTAT Apyr aaTopw [3]. Mavyent § ¢ Tun 3 Ha Soneota Ha
Gaucher ¢ ¢ KGTHO JACATANE U MOARA HA KADOIA NDRAN JATONBAHE HA NEYeHNETo (Pur 5a). JehOpMaLATA HA (PEGHAYHIA GTENG
npomeH 8 T enen aanouaaHe Ha E3T, BLAPeUt 0BPUA SQRKT HE NIBUSHASTO 0 OTHOLIGHIE HA
ocTaHanuTe nokazatenu (Sur56). Jlunca Ha ederr ua EST abpxy MOABIWIATE Ce PSR JANONBAHS HA NGHEHILETO CTPYKTYPHI WaNMeHeHA
HA KOGTUTE OTVUTAT W APy aeTop [11]
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MykoBucUunao3eH 3axapeH anaber
ICFRD/ - KnuHKMYeH cnyvaun

P. Koneea', K. Konpusaposa?, . Cpegkosa®
1OKU | rp. CT. 3aropa
2CBANOB Codmsa
*neanaTtLp-ceMeeH Nnekap

Pe3tome

MykoBucumgosata /CF/ e Hall-4eCTOTO reHETUYHO

3abonsAeaHe cpej KaBkaskaTa nonynaums.
3axapHuAT gnabeT, cebp3aH ¢ CF /CFRD/ ce
ouepTaBa KaTo Hali-4ecToTo cknpoBoxaawo CF
cbeTosiHue. MpeacTaBame MoMuYe ¢
AnarHoctuyupaH CF B HeoHaTanHuma nepuog,
ycnoxHeH ¢ CFRD Ha 7 r.B. [bpBUTE cumnTOMM NpK
JeTeTo ca 3ajpbXKa Ha TernoBHaTa W pacTexHa
KpWBa W BnowaBaHe Ha benoapobHaTta qyHKUMA.
HavanoTo e no TMna Ha “cTpec-rnMukeMns’ crneg,
3aTerHata NHEBMOHWUS W NPUNOXEHUe Ha
KopTUKocTepouan. B pamkuTe Ha 1 mMec. ca
0beKTUBM3UPaHU rMUKeMUUTE Ha rnagHo mfy 6-8
Mmon/n. [leTeTo € HOCUTEN Ha PUCKOB 3a 3axapeH
Anabert reHotun HLA-DR, DR; DR ., DR,.

AHamHesa /1/
* Popena ot lIP* HopManHa BpeMeHHOCT U
paxgaHe, Tp 2900, Pp 49 cm

* [lo noBo NHEBMOHUSA CbC 3aTErHaTo
npoTnyaHe B HeoHaTanHn4 nepuoj €
AnarHoctmunpadHa Mmykosmcumaoaa

¢  (damunHa aHaMHe3a:
— Heratuena 3a AX, 311

— 3abonaBaHe Ha WWTOBUAHATA XJe3a —
6aba no MaiuMHa NMHUA

— BartnbcraBaHe — poanTenn

AHamHesa 2/

Bwapact 7'/,

—TexKka NHeEBMOHMWA, nekyBaHa B [JO CT.
3aropa

—lMpnnoxeHre Ha YpGaaoH

—Kp. rnwokosa 6 — 11 mmon/n

B pamkute Ha 1 Mec. creg o3fpaBsiBaHETO ca
06EeKTUBM3NPaHN IMMKEMUNTE Ha rMagHo Miy
6-8 mmon/n

Mpuema No-ronamo KonM4YecTBO BoAa /HOCHHU
nonnnu, CTOM ¢ OTBOpEHa ycTa/

HenocTosHHO cbpbexX No reHuTanunTe

3cnepBaHus
Mar. |0 30 60 0 120
Kp. 105 226 [248 (223 (18
rnwKosa
MMon/n

» OI'TT: 3abaBeH W NPONOHIMPaH MHCYSIMHOB
OTrOBOP C AaHHW 3a NaToSIorMYeH ToflepaHc

* HBA1C 12.5%

MoHWTOPUpaHe Ha NeyeHneTo

» Heuenepaumsa Ha
pacTexHa u
TernosHa kpusa
npeav nasiBara Ha
CFRD

* MHTeH3ndbunumpaH
WHCYJTMHOB PEXMM C
aHanoaw

« CBobofeH pexxum
Ha xpaHeHe Oe3

* HLA - DR, DR, DR ,,DR,. KanopuitH1
pecTpuKkLmn
ObcbvxaaHe 3akntueHne

» PaHo noctaeeHa [Ir Ha hoHa Ha AMCKpeTHa
KIMHWYHa nasea

* PasroBapsHo e ¢ poauTenvTe Npy NocTaBsHe
Ha NbpBOHaYanHaTa guarHosa

* CCTEMHO NPOCEAABAHE OT CEMENHWNSA NeKap

* BL3MOXHM NaTOreHeTUYHN MEXaHUN3MU:

— MHcynuHoBa pesucteHTocT /KC + XpoHMYeH
Bb3NannTeneH npouec

— ABTOUMYHeH npoLlec

BrnowaBaHe Ha aykCONOMMYHUTE NokasaTenu —
BepoatHocT 3a CFRD

iamepBaHe Ha rmMkemMnsTa Npu Bcaka
BB3MOXXHOCT BEMpPEKn npenopbkarta 3a O T
cnepn 10 r.B.

MogobpseaHe Ha benogpobHata (yHKUUS
creg onTMMU3MpaHe Ha MTMKEMUYHNS KOHTPOJT

TacHa konabopauus My pasnuuHmn
cneynanvcTi, CEMEEH Nekap U CEMERCTBO
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CBOPHMUK C NPE3

EHTALUUN N NOCTEPU

PAHHA OUATHO3A
HA CUHOPOM HA WILLIAMS-BEUREN

B. CtosaHoBa',P. Brkaposa?, C. Bu4es?, C. AHgoHoBa?, . CtaHueBad, An. lluHes?, . KpemeHckin?

1 - Kateapa no Neanarpus u Meg. MeHetnka, MeanuuHekw YHueepenuTeT Mnoeaue; 2- HauuoHaHa reHeTuyHa nabopatopus, CBANTAT "MaitunH gom”,
Codpusi; 3 = OtgeneHne no MefuLpHeka redetuka, YMBAI"Ce. Meopru”, Mnoegus; 4 — Lentbp no MonekynHa meguupHa, MY - Codous

CuHapomsT Ha Williams-Beuren (WBS) e reHeTnuyHo
szabonsasaHe c vecToTa o1 1/7,500 g0 1/20,000.
[enxu ce Ha MUKpoJeneumnsa Ha YacT OT ABNroTo
pamo Ha 7 ™2 xpomosoma - 7q11.23.

B
g
=

KRunugsu cumnmoms
-nuue Ha endp:

-XunepKanUemns \
-0vHW aHoManuu
-sabaBeHo passnTUe

B mHoro cnyyau, Henb/lHaTa U3ABa U nuncara Ha
KnacuyeckuTe CMMNTOMIK - CbpAeYHOCH0BU
aHoManuu 1 XxunepkanyuemMnsa satpyaHasar
paHHoTOo guarHocTUlMpaHe Ha CUHApPOMa.
Cpe,u.HaTa Bb3PacT 3a NocTaBAHEe Ha juarHosara € oKono 4 roauHY.

aHarnW3, KOWTO YCTaHOBM XeTeposuroTHa Aeneuus ¢ pasvep 1.413 M6 B
pervoH 7q11.23- anr7q11.23.

HenetupaHna pafioH oT 7-Ma XpoMo3oMa cbAbpka 29 reHa.
BappbkKaTa B HEBPO-MCUXUMHOTO PasBUTUE BEPOATHO € acoljupaHa ¢
Xanno-UHcyduLMe HUUATa Ha 3 oT reHuTe B paroHa (LIMK1, GTF2I,
GTF2IRD1).

Hakown oT xapakTepHMTe cuMMNTOMU Ha 3abondBaHeTo (KaTo sacAraHe Ha
ChpfleyHo-CbA0BaTa cUCTeMa, Mopadu xannouHeyduumeHLmusa Ha ELN
reHa) He ca NposBeHW NpW NaLMeHTa, HaA-BepoATHo Nopaiu paHHaTa
BB3pacr.

MeHeTWYHa KOHCYNTALWA:
@ YeTaHoBU Ce HOpMANeH KapUOTUM Ha PoAUTENUTe

@ PuckeT 3a nosTopeHue e 1% /Mpeasua de novo genelusy,
HO ce Jonycka Bb3MOXHOCTTA 3a roHajeH Mosanunssm
npn HAKOW OT poguTenure.

' Bbamoxnra e npeHaTanHa LUarHocTUMKa.

3aknoqeHve
MpepcTaBeHNAT cnyvail foKkasBa, Ye cbyYeTaHMeTo oT NULeB
AMCMOP®USEM, 3a4pbXKKa B pasBUTUETO U XuMepkanuuemns ca
AOCTaTbYHO OCHOBAHWE 33 HacoyBaHe KbM TO3M CUHAPOM U
W3BBPWEBAHE HA MOMEKYNAPHO TeHeTUYHUTe U3CNeLBaHNA.
PaHHoTo AUArHOCTWUYHO YTOUYHABaHE NO3BONABA: ONTUMANHo no-
HaTaTbLWHO NoBejeHne, CI'IeL[lACbI/IHHﬂ Tepanna U colyMannsagis np9
AeTeTo, NpodlnakTUKa Ha YCNOXKHEHWATa; aBa Bb3MOXHOCT fa ce
OTrOBOPY Ha BBAPOCU CBBP3aHM C MPOrHo3ara, pucka 3a NoBTopeHUe B
ceMeACTBOTO W NppodMNakTKa Ha 3aBoNABaHETo MpW cre ABally
BpemeHHoCTU,

3a yTouHABaHe pasmepa Ha JeneTupaHus panoH ce U3BbpluM arrayCGH

Mpeactasame 15 MeceyHo MoMYe ¢ ¢ cMHAPGM Ha Williams,
NP1 KOeTo Nopaan paHHaTta Bb3pacT, HMa M3siBa Ha BCUYKWU
TUMWYHK CUMNTOMK Ha WBS, HO cBYeTaHUeTo oT n1LeB

,[lVICMOdeVIS'bM, 3aApbLXKKA B pasBUTHETC W XUNEpPKarnunemuns
ca gocTare4Ho OCHOoBaHMEe 3a HacoYBaHe KbM TO3N CUHOPOM W

*KbC HOC © eCKTpaBe pTUpaHU Hosapn [ i

«Zlenpecus Ha 0CHOBATa Ha Hoca Npomoama 7 | e USBbLpLIBaHEe HA MOJIEKYTISIpPHO reHETUYHU U3cnenBaHUs.
*AbLMNbI QUATPYM [ E

*NMocka cpejHa YacT Ha nMueTo .': StA

“ronAMa yera, NbHU YETHA |

-yMCTBEHO U30CTaBaHe B Nieka cTeneH I AHamHe3sa: OT craryca:

- CbPAEYHO-ChA0BU aHOMaNUK G N 15 MeceyHo MoMYe OT NbpBea +pbeT 80cm; Terno 9.400kr x-25/,
-cneynudrueH HePBHOMCUXONOTUYEH Npodan; L1 HopMarnHo NpoTekna GpemMeHHoCT U oBukonka rnaea 46,5cm / x-18/
*CpaBHUTENHO f06bp rosop paxiaHe Ha BUAUMO 34paBu PoauTen. {FnuLes AUCMOPdNIBM:

* APYKETIOBHU, XUNEPAKTUBHU, EMOLMOHATHKU \. -podeHo B cpok ¢ Terno 2500r, AHTUMOHTOMOUAHIA OUH LIEMKI,
* ¢ NoBe/,eHYe ckin NpoBnemu \ o pber 48cM. €eMUKaHT, KoHBEPTUpaLL, cTpabusbm;
Lpyeu cumnmomu: \ amsner  -3aBaBeHO MocTHATarHo passnuTue 4un Hoc, ronamMa yera,

-thammuriHo HeoBpemeHeHo AFHUCKO pasnonoXeHN, POTURAHM Neko Hasa s yluu
pasjanedyeHn MmaMunu

- 0BYIAPCKA TPbAEH KoL OT paxiaHeTo

npOBe,D,EHVl KOHCYyNnTauun U nacnegsaHuaA.

KoHeyrraums neuxonor: neka sagpbxka B HMP (KoP-60); moTopuka-70, rpaHnyHo passutue;
CeH30pHa eliHocT-66, Neka 3ajpbXKa; eMoLMoHaNHo-coLuanHo passutue-60, Neka safpbxka;
rosop-45, ymepeHa 3aapbxya.

KoHeynTauma odranmonor: NoABUKHN 04YHU AGBIIKK, 3aMnaseHu ABUXEHNA B NbrieH oBem. OuHn
AbHA-Nanunn BUTanH1, HopmanHa BrnejoecT 3a Bb3PacTTa, LIeHTPANHo PasnonoxeH CbA0B
cHom. PeTUHN 1 KPBBOHOCHN CboBe - B.0. [penopbyaHa CKUACKOMUA.

Exokapauvorpachua: 6e3 xeMoUHaMUYHN NMPOMEHMW, HAMA KoapKTaLus Ha aopTaTa.
ABnoMuHanHa exorpadma: 6uBpeli ¢ HopManHa Tonuka, pasmepu u M. ExoreHHocT Ha
napeHxuMa U ApeHax- B NapeHuMa ABYCTPaHHO Hanuuue Ha XnnepexoreHHU CeHKN C p-pu 2-
AMM, CYCTIeKTHU 3a HedpoKanLuMHosa/nexka crenex/.

zcnepBaHua: xunepranymenmmns -2.66 mmon/n; docdiop-Hopma. NapaTXopMoH-HopMa;

FeHeTUYHK M3cnefBaHUA:
ynroreneruia 46 XY, NpoeepeHuat MLPA c kT P0245 u P064 (MRC Holland) nokasa
XeTeposuroTHa geneuus Ha redute ELN, LIMK1, CLIP2, FZD9 u STX1A.

L |
|!_’_H |

I

[

S

it
o

n_

®ur.1. MLPA noodbLn Ha fauLeHma ¢ kim Po64
e — 1

| |im”|,_|wi

dnr.2, TpachiniHo NPeACTaBANE Ha MUKpoReTELATa B 7q11.23 o7 aCGH arammsa

MoBeneHne
4 Hama cneymduHo NeveHue

O PexaBUMMTaUMOHHU 1 oBpasoBaTenHu MporpaMi sa nojoBpABaHe MporHosaTa W
coLManusaLyaTa Ha Tesn nayneHTm

4% PaHHU UHTEPBEHLMN: MEAULIMHGK MPErne; cKpUHMPAaHe Ha 3peHHeTo; UsMepBaHe Ha
KpbLBHO HanAraHe, Ha OTHOLLEHWETO KanUMil / KpeaTUHUH B ypuHaTa; uscnejsaHe Ha
ypuHaTa

4 MepropMuHa oLeHKa Ha: KanuMeMUsTa; TUpUoUaHaTa (yHKUMA, cnyxa; aBAoMUHanHa
exorpachia 3a MpocreAnBaHe Ha OTASNUTENHATa cUeTeMa-EbBpeL, NUKoYEH Mexyp

@ JueTa (HAAHOPMEHO Terno; NpeAnassaHe oT XUnepranLemns)

B 3pana BbspacT [MIOKo3eH ToMepaHs, ChbPACUHO-ChbAOB CTATYC; othTanMonoruyeH
cTaTyc

A+ Bh3MOKHU 2 XUPYPTUUHA UHTEPBEHLMI 38 ChPAEYHIUTE aHOMAMMA

UzcneaparnsTa ca churarcupann o ©HU no npoekt ATKD2-51/2009
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PAanbKk cnyyam Ha MHTepcTUuManHa Mukpoaeneuus 19p13.12-
p13.11 = KIMHUYHA U MOMNEKYNAPHO reHeTUUYHA XapaKTepucTuka

P. Buxapoga?, B. CtoaHoBa’, C. AHgoHoBa?, C. Buues?, U. MisaHos!, An. Nunes!, A. CasoBs?, M. KpemeHckin?
1 — MeguuwnHckw YHueepcnteT, Kategpa no Meguatpns u Megrynrcka Meretuka, Mnoegue; 2- HauyvoranHa rereTuuHa naGopatopus, CBANAT "Mariuukn gom”, Cocpus;

»  HebanaHcUpaHUTE XPOMO3OMHM NPEHAPEKAAHUS ca Cpefl Hali-UecTUTE NPUUMHKM BOAGLLM A0 NOSIBA HA M3OCTABAHE B MHTENEKTYANHOTO
PA3BATME M BPOASHMU GHOMANWM NPKU XOPaTd. MHTEPCTMUMANHUTE MMKpoaeneunn Ha 19pl3.12 ca naknoumTenHo paako cpewann. o
MOMEHTA Cd CHOBLIEHIM 7 cnyuas. 3a60NABAHETO 68 XAPAKTEPUIUPA € YMEPEHO AC TEKKO YMCTBEHO MIOCTABAHE, 3G[1PBKKA B FOBOPHOTO
pasenTmMe, ABYCTPAHA 3arybd HA CAyXa M NIMUEB AUCMOPPUIBM BKNHOYBALL OPAXMMMKPOLEMANMS, GHTEBEPTMPAHK HO3APK M
AUCNNACTAYHU YILiA. HABNHONABAHW €A CLPAEUHU AHOMANWU WU ABHODMHO NOBEAEHME.

MATEPWAIIN U METOOU:

Knunuuso onuecamme: \
AHamHesa:

Kacae ce 3a mommue Ha 14 meceuHa Bb3pact, POAEHO OT MsPRA, HOPMANHO NPOTEKNA KoHcynTauma LeTcku nouxoenor: YmepeHo M30cTaBaHe B yMCTBEHOTO pazeuTue - KoP
GpemeHHOCT, Ha TEPMUH, NO HOPMANIEH MEXOHUIBM, 52%, motopuka -40; resop- 50%; EC-70%.

Terno npu pasncHeTo 1740 r. 1 prer 42em.

TTpeXMBANO NEPUBEHTPUKYNOPHA NeBKomanalmns. OT KbPMaYecka Be3pacT € ¢ M30CTaBaHe TTpoeeaeHu uacneaeanna: EEM n exorkapavorpagpus - 6.0.

BLB PUIMUECKOTO M HEPBHO - NCUXMUECKOTO PA3BMTHE - 3GATLPKG TNGBAUKATE OT 477" mec,

ofpLLa ce oT 107 Mec., He Cefilt W He MeMan cama, XoAu 61p30 BOAeHA 30 ABETE Phle. MemeTuupm uscnessanma:

TTepen cpuukm oT 107 mec.

LiutoreHeTuuen aHANMUz HA KYATUBMPOH SMMIPOLMTI OT NEPUPEPHA KPBB: YCTaHOBSBA
Heofp €& KEHCKN KAPUOTUN 623 BPOIAHIA 11 BAAUMU CTPYKTY PHI XPOMOZOMHIA SHOMATM -
46XX.

B

Or cTatyca: 3000BONMTENHE O6LUO CBCTOAHME, HOPMANEH 30 BB3PACTTA PreT 80 cm 1

Terno -11 kr. bana Koxa, HOPMANHA NOAKOKHA MACTHA TEKAH, AOBBP Typrop. sanaseHa Array CEH: 3a npopexaaHe HA CPABHUTENHA MEHOMHA XUEPHMANIaLME Belie NOoN3BaHa
ENACTAMHOCT, Lug 6enasaHa ¢ Cy3-dCTP reHomHa [HK H30NMpaHA OT NEPUEEpHA KPBE HA NALWeHTa, a
O61KkonKa Ha rnasara 43 em /x-25/. Karo KoHTpona 1ug pegepeqtHa xercka [HK (Promega, Netherlands), 6enazana ¢ Cy5-
C Nexa MYCKY.JHQ XMNEPTOHUS, HopmanHi CHP, 6e3 natonoriuHmMo peqrekc dCTP. Xusp umnara 6e np HA CBLrAACHO TQ HA NPOU3BOAMTENA BBPXY
KoHBepreHTeH cTpadiatm ABYCTPAHHO. ONUrOHYKNEOTUAHM apeid combpxam 965 675 coHan, NPeacTABATENHN 30 BCKHMKIA

be3 OTKNOHEHWS OT AMXATENHA 1 CBPACHHO CBAOBA CUCTEMA. KOAMPALLM UOBELLKA TEHM, NOKPUBALLIM UOBELLKS TeHOM € NNeTHOCT 1 conga Ha 3 k6
Yepen apo6 Ha 1 cm nop peipeqa gera, rNoAKa NOBEPXHOCT, NoArsBal po, fes (06T, UK). M3oBpareHnaTa ca 3acHETH Ha ckeHep Agilent n ekcTpaxmparn upes Feature
CNNeHoME ranua. Extraction software (Agilent, USA). [lanAure ca aHanmsnpanmn cue cogpryep CytoSure
Interpret Software, ver. 3.4.3 (06T, Oxford, UK).

Nuuer AMEMOPPUIBA NNOCKO NULE; TACHO MIMEKHANO YENO; XUMNepTeNIoprabam,
ABYGTPAHHO ENMNCOBHAHK 3eHU UM (KONOBOMA). MbETH BEKAM, CEANOBUAHA OCHOBA HA
HOCA, MAMKA YCTA, CMYCHATM YCTHN BrAM, Jb6r PUATPYM, HACKO PazNONOKEHI YiIHIA
MUAM, HACKO OKOCMABAHE HA TUNA; BUCOKD Heblie.

PE3YNTATU N OBCBXHAAHE:

ur. 1 boroTun Ha nawyenTa @ur.3 Tpachuiro npeacraasie Ha AeneTupanua paiion a 19p13.12p13.11

TIpW NpoBEAEHATO CPOBHUTEHE FeHOMHE XUEPUANIOLMA C BUCOKD Pe30NHOUMA GAXE yCTaHOBEHM 06140 87 NpomeHn B GPOA KOTUS HO PAISTULHM YOCTH OT reHoma Npu nayuedto. 70 o1 1ax ca
€ paamep of 6 A0 160 KG 1 £ & POAOHM, KOUTO G HOG HOAGEOHN ¢ BOpMaGU/IeH GPOIA KONMA NPK JAPGEM KOHTPRIIN M HAMOT YETGHOBEHG GEOLMGUMA C GO/IECTHW CLETORHMA NPK Xopata. 16 o1
BOPMCHTMTE G Ppasmepu 0T 6 Ao 136 K6 BEPOSTHE CHLID 50 G GEHMTHEHM, THIA KATO HOCTUWHD G& NP NOKPWBAT G NaumapgHK CNV 1 He coabprar OMIM reqm.

CarMO €AMH OT YCTCHOBEHMUTE KOTIWIAHM BOPWGHTI MOKE A0 CE CBBIE C (PEHOTMNG HOGIIFOAGBAH MM AETETO - XETEPOIMIOTHA AeseLns & Permon 19p13.12 - arr19p13.12p13.11(15,338,130-
17,270 936)x1. ¢ pasmep oxono 1 93 M6, exnrousaLia 59 rera, 2 ot kouto ( MYO9B: CYPAF22) ca peructpupanm & OMIM. [Jenemupanus poifon € YHMKQIEH M Ce yCTOHOBABS 30 THPBM BT My
HOLWGTG NBLUEHTKE, HEIOBUEUMO , Ue YOCTUUHO Ce NPUNOKPUBA C AeNeUMM HOSTHOASBIHM MM APYTM Z NOUMEHTH, PerucTpupaHm & 6asara gcimm DECIPHER. Hakom of cumntomure npu uHaekcHmns
NOUHEHT £O CXOAHM ¢ Te3U HG NolreHTTe of DECIPHER - MAKPOUEQWINA, XMNEPTESIOPUTLM, CTPASUILM, bITBT UITRYM, MOTBKHOC, 30 TEPEM MBT MPA NGUNEHT & MUKDOAEIEUNA HO TOSH PGHOH
€& YCTOHOBABG O4HO CHOMAIMA - ABYCTPOHHG KONOEOME HO UPHCMTE. PalioHsT cabpia 5 reqa (MEDZ6: SINIR: BDRA: EPHX3: WIZ), 36 KOWTO Ce NPEANOIAra, Ye XGMIGUHCY (M UMEHLMATE i 61
MO/ AT BIMAG BBPXY PYHKUMATG MM

3AKINKOYEHHUE:

¥ BBBEXAOHETO B KIIMHWMUHATA MPOKTUKG HA MOJIEKYJIAPHO MEHETUUHY METOMM 3 YCTAHOBABAHE Ha KOSIMUECTBEHU NPOMEHI B MEHOMA AaBd
BLIMOKHOCT HE CAMO 4G Ce YCTAHOBU HATUUMETO HA MUKPOCTPYKTYPHW KOJNIMUECTBEHU XPOMO30MHI GHOMOITUM, HO U Aa ce NpeaocTaBk No-noapobHa
WHEOPMALIKSA 30 HYXWTE HA FEHETUMHOTO KOHEYNTUPOHE Ha B0THWUTE 1 CeMeCTBATA WM.

v HawmaT cnyuai noTebpxaaea, Ye & paioH 19.p13 ce NpeacTass USKIFOUUTESTHO PALEK MUKPOAEIELMOHEH CHHAPOM 1 AOMBIIEA SHOHWATA 30
KJIMHWUHATA XAPAKTE PUCTUKA HA TOBA PAAKO 3060158aHE.

BNaroAapUM Ha CEMEICTEOTO H. NALEHTA 30 OKASGHOTO CHABTCTEME.

MRONE Ky IAPHG-FEHETUNHIATE UICAIEABAHMA CA M3 PLIEHI € NOARPENATa Ha BHI, MOHM, forosop # 02-51/2009
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IFT'AHI'AHO3HO3A - IIPEIU3BHKATEACTBO
B JUATHOCTHKATA

M. Xaumepusin, P.Panuesa, B. Cmosinos, H. Cunuzepcka®,
K. Kanuee**, X. Ilonoe**, [J. KoncmanmuHoea, /A. AHzenoea

Kamedpa no demcku 6onecmu u med. zenemuxa, MY - Bapua
* HauuoHAtHa 2eHemuyuHda rabopamopust Copus
* Kamedpa no namoanamomusi, My - Bapua

Boaectire Ha HATPYIBAHETO NAH T.HAD. BPOAEHH IPELIKA HA 00MAHATA NPEACTABASBAT U3KAIOY ATEAHO XETE POTEHHA IPyNa 3ab0AsSBAHNA, KOATO IOPAAN 3aCATAHETO

Ha MHOTO OPTaHi 1 CHCTEMH CE XaPAKTEPU3HPAT C TEbPAE Hecn el raHa KAUHIHHA KapTasa. [[pu nowrn Ben4ky ce Habarwaasa BapnabuaHOCT BbE BPEMETO H TEXKECTTA
Hanz3gaBa.
Gl raHrAMO3HAO3aTA IPEACTABASBA ABTO30MHO PEIINCHBHA AN3030MHA GOAECT HA HATPYIIBAHETO, KOATO CE AbAXKHN Ha AednnT Ha Gera-rasakrozngasa. B pesyarar Ha
ensnmand gednimt ce Harpynsar GM 1 - raHrAMO3H AN U A€ MPaJaINOHHY IPOAYKTA B HEPBHATA CHCTEMA 1 COMATHIHATE KAeTKH. YecroTara Ha saboagsanero e 1:100 000
-1:200 000 goBopoAeHH. Pa3anvHNTE TUIOBE Ca KAACH( NI PAHH CIIOPE BB3PACTTA HA OABA: HH(PAHTHAHA, I0BCHNIAHA 1 aOyATOPHA. KAMHIYHATA KAPTHHA € C NOATMA
(heHOTHIHA BAPHABHUAHOCT IIOPAAN PABANTHATA CTEIIEH HA PEe3MAyasHA AKTHBHOCT HA eH3MMAa. PasHo06pasHM 1 MHOPOG POMHN ca MyTALUNUTE B GeTa-PraraKTO3HIASH U
res (GLB1) Bogernn mo cunTes Ha AeheKTeH GeATb4eH IPOIYKT.

IIpe ncrasame cay4ail Ha OeTe, MOMHYE Ha TOANHA M METAPHU MECEIE, C POMCKNA
npousxod, mocremnnso BB I JO MCIK mpu YMBAA ,Cs.Mapuna” BapHa ¢
nsocraBade BBE (DH3HYECKOTO H HEPBHONCUXUYECKOTO DASBUTHE CAE[
HEKOAKOKPATHHI XOCIHTAANSALAN OLIE OT HEOHATAAHNS [IEPHO, 110 [I0BO ChPACTHA g m
maadopMaIis, CENCHC, WSMEHEHHS B HEBPOAOTHYIHHUHA CTATYC, “€CTH TEXKO
TPOTUYAITH PECIIUPATOPHA HHPEKITUH , TeHE DAANBH PAHA MY CKYAH 8 XUIIOTOH I . D .

OBeKTruBHOTO: HAGAIOZABAT C€ IMPOTPECHBHO BAOUIABAIND ¢¢ OO0 CHCTOAHME ¢ M30CTABAHE B HEPBHONCHXHYECKOTO DASBHTHE, XEHATOCIACHOMETAAHN, AHLEE
pucMopbuseM (pydu YepTu HA ANIETO), TEeHEepPAAN3HPAHA MYyCKYAHA XHUIIOTOHUS, MOHTOAOUMAHH IeTHA B 0DAACTTA HA CEQAANIIETO 1 AyMbasHarTa oGALCT, AMIICBAINA
aymbasHa aoprosa. [IpoBeJeHn ca KOHCYAT C HE BPOOgITaAMOAOT - He ce oTKpuBaT xapakrepaure cherry-red macular spots. Ot koncyaT ¢ merckn kapanosor- MI0-Ier., TI-
Ier, manpk [TAK (cncroseH a-4 rpaT). OT KOHCYAT ¢ AETCKA HEBPOAOT! KBAAPUXHUIIOTOHHS (AKCHAAHA M TPYHKYCHE), TEKKO ABATATEAHO H30CTABAHE, 3 TDYAHEH PhATATEACH
pedsexc, CHP- cHmxkeHH, Hail- BepodTHO - MertaboaurHa ennedasonarus. KT ma [IHC paskpuBa pPeAaTHBHO HO-MaABK ofemM Ha 640 MOSBYHO BEIECTBO
AP AETOOKIIAIATAAHO.

Ha 6asa ma Gorarara, HO HecnemuUYHA CHMIITOMATHKA, C€ HNOPEXKIAA CBbMHEHUE 34 BpoaeHo obmenHo 3aboagsane. KamHniHaTa KAPTUHA TAKC JAHHATE 38
IPEAX0KAAINA GPEMEHHOCT 3ABEPIINAA ¢ PAXKAAHE HA AETE C MHOXKECTBO YBPEXKIAHNS, TOUHNHAAO HA 1 TOAMITHA BBE3PACT C XPOHNYHA BPOHXOIHEBMOHNS YCTOHINEBO
HACOYBAT KbM BOAECT OT IPYIIATA HA MyKOIOAHBaXapumosuTe. [I0CAeJOBATEAHOTO OTXBBPASHE HA MOHOTEHHO HAPYIIEHIE OT TO31 BU Ipes IOCTHATAAHA MeTab0AnTHA 1
€H3MMHA JUATHOCTHKA 1 HECTOTO IPUIOKPHBAHE HA KANHIYHATA KAPTHHA Ha MYKOIOAN3AXAPHA03a I TAHTANO3HI038 HAAATAT M3CACABAHE AKTHBHOCTTA HA CH3MMA
6era- rasaxrosugasa. OT IposeneHnTe a3caeaBannd B Haunonaana reHeTn4Ha aabopaTopus ce yeTAHOBABAT [TOBALIEHO KOanZecTso Ha oligoGM 1 meTaboanT B ypuna.
Ot uscaefBaHeTo Ha GeTa TAAAKTO3MIASA B KPBB OT (DUATHPHA 6ASHKA Ce OTKPUBA AehbUIlAT HA eHSWMA, KOHTO Ce IOTBBPIKIABA IPU IIOCACABAII0 H3CACLBAHE B
AeBKOIATU. B pesyaraT Ha IIPOBEAEHNTE U3CAEIBAHNL CE IoCTaBd Auardozata GM L reHepasn3MpaHa TaHPANO3UIA034.

Ipy6u wepTH HA AMLIETO, 'bABT (hHATPYM,
IT'OAEMH HHCKO 2331'[01\0}!(6}!1! VIUHH MHIH

PeTpocnexTHBHOTO IPOCACISBANE HA ChCTOSHUETO U IATOAOTOAHATOMUIHATA
ANATHO3A HA I'BPBOTO AETE B CEMEHCTBOTO ¢ POAHMA BEPOSTHOCT IPEAIOAADAT
reHeTHdHO 3afosgBaHe n Ha cufca. YecTo CHLCTOSHHETO OCTABA HEPASIO3HATO
mopagy PSOKATA CH 9ECTOTAa 1 HecnenuiHATA CH KAMHAYHA KADTHHA Ha
HeBpoaoruied aedhuimt Ha GoHa HA HEXAPAKTEepeH annes aucMopdmysm. Jemara
3aTHBAT OT T. HAP. ,,CTPpanHa 6oAecT” HAHE C [I0CTABEHA JUATHO38 CUHAPOM Ha Peli -
TAKUBA IIPOME HI Ca OIIMCAHI B Ay TOICHOHHIS TPOTOKOA Ha cubca.

P - %

cpuz.1: Terro uepao PAS x 20. dunu PAS pua.2: TeHKO Hepso ANYUAHO8D CUHED. chuz. 3: Yepen dpo6 XE x 20. Jucpyaro uz. 4: Jeper pod AIyUaH080 ctreo x 20.

ROSUMUSHU ZDARYAAULL & XUCMEOUU ML AMYUaro080 cume0 NOSUMUSHU HEXASU PASIYMU ORMUMHO NPASHU XENAMOUUmL Xenamouumu usnennert ¢ Guro
CPOHYNAUUU ZPAHYAUPAHU ATYUGH NESUMUSHU MAMEPUU

HspEpIIeHHTE JOTBAHHTEAHH CHCIHAAHH CLIBETABaHHS Ha SHOTICHYeH MaTepHas, pasKpHBaT IPOMEHH, KOHTO He ca TaTOrHOMOHHYHH 38 TAHTAHO3HA034,
HO TBEPAE XapaKTePHH 3a 00MeHHo 3aboadBane.

AedeHHeTO Ha TOBA CBCTOAHHE Ha TO3H €Tall € eIHHCTBEHO CHIOTOMATHYHO. MeAHKo-TeHeTHYHaTa KOHCYATALMA MPH CeMeHCTROTO O0CTaBa METON Ha
TioBeAcHHe TIPH ToBa 3afoadBaHe ¢ Iea obCcToltHO obACHeHHe Ha pHCKOBeTe 0T 25% 3a MOKOAHHETO M HeoOXOMMMOCTTa OT IMpeHaTasrHa JHATHOCTHEA —
XOPHOHOHOTICHA HAH AaMHHOLIEHTe3a ¢ MeTaboAMTeH aHaAN3 TIPH [ocaeABallla GpeMeHHOCT.

HsToununmU:
1) Brunetti-Pierri N., F. Scaglia; GM 1 gangliosidosis, review of clinical, molecular, and therapeutic aspects; Mol. Genet. Metab., 94 (2008}, pp. 391-396
2) Caciotti A., M.A. Donati, E. Procopio, M. Filscamo, W. Kleijer, W. Wuyts, B. Blaumeiser, A. d'Azzo, L. 8imi, C. Orlando, F. McKenzie, A. Fiumara, E.

Zammarchi, A. Morrone; GM 1gangliosidosis: molecular analysis of nine patients and development of an RT-PCR assay for GLB1 gene expression profiling;
Hum. Mutat., 28 (2007), p. 204

Adpec 3a xopecrnondeHyun:

A-p Mapu XauMmepHaH
3) U. Muthane, Y. Chickabasaviah, C. Kaneski, 8.K. Shankar, G. Narayanappa, R. Christopher, 8.8. Govindappa; Clinical features of adult YHC MeAHIHHCRA reHETHRA

GM lgangliosidosis: report of three Indian patients and review of 40 cases; Mov. Disord., 19{2004), pp. 1334-1341 MeauLHHCKH yH"BEPCHTe:r - Bapua
ya. XpHeTo CMHPHEHCRH” 1
9010 Bapna

4) SuzukiY., A. Oshima, E. Namba; - Galactosidase deficiency (B-galactosidosis) GM1gangliosidosis and MorquioBdisease; C.R. Scriver, A.L. Beaudet, W.8. E. L hachi . by.b
Sly, D. Valle (Eds.), The Metabolic and Molecular Bases of Inherited Disease, McGraw-Hill, New York (200 1), pp. 3775-3809 -mail: Mary.hachmeriqn@aby.bg
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DENTE- _
EH CJIYYAM

K. Jdaxos, B. Credpanosa

eapa OmepaTHBHO 3b00Je4eHHe U eHI0A0HTHA
RYJTET 10 JENTAIIA MEAHIHIA
Meauunncky yuuBepeHIer

ILiosus

dente e aHOMANKA, KOSITO Ce Pa3BHEA IPH MHBATHHNPAHE HA eMaiN0BuA OpraH B 3bOHATA mynna
HATA 118 3BOIHTE THKAITH. 38 OTTHCEAIIE ITa TORA CECTOAIHE ce H3MOM3BAT H NAKONIKD IPYTH TepMHIIa. .
UPHCMA KATO LIO-TOUCH, 3ALGTO OIUCEA HABIHIAHCTO HA BLHLIHATA MAacT (CMailia) BLB
HPaHeTO Ha L:x00 UMK MBPTBO IIPOCTPAHCTBO B 3604, 32 PAZIMKA HANPHUMEP OT TepMHUHA

TaBa cHMeTpHYIocT. ETHoNorHATa € Tiedcia, NPHIHITATE MOTAT Ja OBIar 113
Ha BLHWHY dakropr.TTopain npoMCHEHANA 3L0HA AHATOM K, BLIHHKBAT TPYAH

MIThK KIMHHYEH ciyuali Ha ckeTosHueTo Dens in dente.

Taunchrkara WM. 8. va 20 1oaubn or [Tnogane niea B kKaSHHCIA 110 ACH:
aHHUA 0T cTapd o0TYpaIIHa HY 360 22, HanpareHn ¢a 1 KNHHHYHK W
[e1leHHe Ha ChOTBETHHA 310,
1 H pernTrenorpad e ce Tokassa quartiozara Dens in dente 11a 3806
A OPTONOHTCKE AHOMANUA U CHMETPUUHA NHUACH HA 10JHH BTO)
19).OT cHeTaTa AHAMHE3d HA NANHEHTKATA HE C& OTKPHBAT ;
ErraononTekoTo el ;1T HTIBATHITHPAITHA 360 € MpeIcTaBero ¢ GoTo- H pelT
 KAHAJ HE ¢ 3acCryal ZTOUOIHYHESH TPOLCS, TOH € Cbe

amazeH BUTANHUTET B 11IMTe Ha HOPMATa Ui & B3eTO pelleHHe ToH

Pesymrarn: Ypes ¢
Ha miite ca He newy
(epeHTYaTHA XUNom

-BecTHOY.IaPCH H3LACT.

Qurypa 1. [opHa 1 101Ha 4

Jdunckyensa:Dens In
JHarHOCTUKATA K 1€
Toza Ta 11aco
CHCTOATIHS
i
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BPOJIEHUN MATITOODMAL VMM HA 1HC:
FHLFOATOLE/IE W EK3EHLIEQA IV

Tans Kurosa', Aernc Muakos', Cymeia-Cuana Telixn?

IKaTeppa aHaTOMHsA, XMCTOAOIHAA U emBprororus, Mepnuurckn Yausepcuret, TTroBaus
2KAMHHAKA IO beTomaToAOTIL, HenTep no Matiquncrso u Heonaroaorus, rp. Tynuc

BBLBEAEHWE

EHuedanouene 1 ekseHuedanus NpeacTasnseaT BpoAsHW MandopMaLnu Ha
HepBHaTa CMCTeMa W e 0THacAT KbM rpynaTa: [edekTi Ha HepsHaTa Tpbfa
(OHT).

Te ca elHN OT Hait-4ecTWTe Mand:opMalLli Ha HepBHaTa cicTeMa, paseiBalLM Ce
B XOfa Ha MHTpayTepUHHOTO pasBUTHe.
Te ca aHoManWi Ha HesaTeapsiHe Ha HeBpoTopyc pocTpanice.

LEN
*a ce HanpaBn Makpockofcka M MUKPOCKOTCKa XapaKTepHcThka Ha
MandopMauuaTa

* [la ce MOTLPCAT acoLMVpaHUTe aHCManWKM Ha BLTPEILHMTE OpraHn 1 ckeneta
npW ayToncun Ha deTych ¢ JHT

MATEPWAN U METOAO

* 24 eTyca oT obllo 150 ceTyca ¢ AHT
* Exorpachmnsa

* Pagnorpadwsa

* FeHeTUYHC UscNeaBaHe

* ®eTonaToNorMiHa ayToncns:  ¢oTorpadcka AoKYMeHTaUMs,
MaKPOCKOMCKko N MUKpOCKoNcko N3cneaBaHe

G1oMeTpus,

PE3YNTATU

MaluMHU XapaKTEPHUCTHKH:

* Cpeana BbspacT = 31.5T.

* Cpege Gpoit GpeMerHocTt — 2,14 £ 0,457 ¢ AnanasoH oT 1-10
* Cpegnuat 6poit paxparia e 0,96 £ 0,185 ¢ AnanasoH oT 0-3
* KpraHa rpyna B+ 40,0%, cnenganun o1 0 — 35,0%

* [uaber u TokcomiAazmMoza -12,5%; croHTaHHu abopTiu - 8,3%
XapakTepuckika Ha (eTycuTe:

* flon - paBHG pasnpefeneHve

* Cpegna goapact — 20SA

* CpegHo Terno — 398.8¢g

* KptaocmMetleHie - 33,3%. MbpBa cTeneH - 8,3%, BTopa cTeneH ¢ 8,3%.

T€HETHYHO U3CnefBaHe:
4,2% ©T BCHHKN ClyHal — KapneTUn Ha Tpunnenana

@Qur. 7

Ha ¢ur. 1 e nokazaH cnydait Ha deTyc ¢ eHUedanolene oKUMNUTaNUC ¢ 12 ¢M
AnaMeTbp, ¢ Terno oT 830 r. B 26 rectauloHHa ceaMnLa.

Ha dwr. 2 v ¢wr. 3 e nokasaH cnydai Ha deTyc ¢ eHuedanouene ¢hpoHTanue ¢
8 cM AvaMeTbp, ¢ Terno oT 1000 r. oT MbXku non, abopT Mo MeAWLMHCKM
nokazaHus B 29 recTauMoHHa ceamMuua. Maiikata e 36 roAunilHa.

Ha c¢ur. 4 e nokasaH cnydail Ha deTyc cbe cvHApoMa Ha Arnold-Chiari tvn II ¢
eHledarnolene okUUNMTaNnC — 6 €M guaMeTbp W ¢ Terno oT 410 r., oT eHcKW
non. AGopT No MeAMLIMHCKM NoKazaHua B 23 rectalvoHHa ceAMWUa. MaitkaTa e
40 roavilHa, ¢ AaHHW 3a KpbBOCMelleHe oT MbpBa CTeneH.

Ha ¢ur. 5 e nokasaH cnyyain Ha deTyc ¢ ekseHuedanns ¢ AnaMeTbp 5 ¢M, ¢
Ternio oT 230 r. B 19 rectaunoHHa ceaMaLUa.

Ha ¢wmr. 6 XepHupaHa MozbYHa ThKaH — eHuUedanouene

Ha ¢wmr. 7 OkUMNUTaNHO MeHUHroeHUedbanclene, NoNUMUKPSIMpHs

Fpadh. 1. Acounupann anomannn #a 4C Tpadp. 2. Acounnpann anomanm na XC

Xunonnasun Ha messmmepnyHa
17 —
/ 8% B XENATOENNEHOMETAN MR
atenpasumia
67 notynaumn

% Momucnnenmn
e no-rope
w  meo 4%  mflobamuuma cnesun
mCamyc wmsepaye a

Xenatoneranin
Bea auomani
= Bes anonanim

Fpady. 3. Cnnapomnn aHomannm Fpady. 4. Acounnpann anomamn no

Hesasl i, .
S S et
e //Z///W

Fpadb. 5. CkenetHi aHoMannu

HOmenaHsHHe ot
SBURGRIEATS A FBBATS

Fpad. 6. Anomanun na 1OC

Mvean 4 Bubpeies

u
HeSuona uenka w17 =lonnkmcroan
3,45% 12,50%
Monunarann Toaronoo Gpasen
8.33% Gubpex

62,50% BTybynapua sesmica

Einecieocrunie
vomnapun
ExsiHo-sapys

mEsumo-sanrve

Bea anomann
12,50%

Browupani craen
OBCBHXKAAHE

[ea oT cydanTe Ha eHuedanolene M ekseHUedanns ca acoUuupaHn ¢
MankoMe3b4YHW aHOManunW - areHesnsa Ha BepMWca 8,3%, XWronnasna Ha
UepebenyMa —=12,5 %, ¢ xuapoledanns 12,5% W Nonurnprs 4,2%.

YetaHoeeHM ca 20,04% Ha cMHAPOMHM eHuedanolene U ekzeHusdannsa. Te ca
pasnpeneneHn KakTo cnefBa

AcCOLNNpaHnTe cKeneTHU aHoMarnuu ca MHOXecTBeHN, Kacaelln Yepena He6ueTo
WM XoawnaTa. Hail-MHoro ca oTKIOHeHWATa B obMKonkaTa Ha rnapata W
npeAcTaBnsiBaT Haj NofloBUHAaTa GT BCWHKN CKeNleTHW aHoMannm, nocienBaHn ca
OT aHoManuu Ha XoAWNoTo efHa NeTa W HeblieTo okono efHa JeceTa YacT.
BriokupaHuTe cTasn ca 3,45%.

AHCManunTe Ha KopeMHaTa CTeHa npu eHUedanouene W ekseHuedanns ca
areHesnst Ha AuacdparMeH kynon - 4,2% 1 Ta eaHa a.yMb e,
KOSITO NpeAcTaBnsea NpuGnMsuTenHo 8,3% .

AHCMannn Ha nonoBaTa N eHACKPWHHaTa CHCTeMa He ca OTKPUTH

3

3AKNHOYEHUE
Haii-4ecTaTta nokanusauns e okuMnNUTanHata 28,5%.

HacToslleTe npoyd4saHe MoAuepTaBa NpOrpecBHO HapacTBalloTO 3HadeHMe Ha MpeBeHLWsTa Ha TesW aHoManuW 4Ypes paHHaTa MpeHaTafHa AMarHocTvka GasvipaHa Ha
exorpacdckaTa ANarHoCTyKa, reHeTUHHATa KOHCYNTalUWs 1 Npelk BCUHKG Ha NPpOTeKTUB HUST edhekT Ha doniieBaTa KicelMHa B NepUKOHLEMTUBHUS Neprof.
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BBBEJEHHE

Kpunrodpranmusara e aBTO30MHO-peleCHBHEH [PU3HAK, onucaH ome | B. or
Inueuiz Crapuu nocnesau ot lleagep npes 1872 roapaa.

Tlpes 1962 r., Ppeilabp ycraHoBsiBa, 4e KpunTodTaaMUaTa MOxe Ja Obje
acoUMpaHa ¢ MHOKECTBO MaipOPMAIiY, KOMTO B MOMEHTA Ca PUEeMAaT KaTo
“cunapom Ha Ppeiianp”. Toit ce xapakTepusKpa ¢ KU TOPTAAMUS, AHOMAUIL
HAMO3BKA, YITKUTE, HOCA, [10/I0BA CHCTEMA, KPUBH CTHIIA/IA M CUH/IAK THIIMA.
TeHeTHHHMTE HICIEABAHKUA MOTELPIKJABAT FEHHHM MyTALHM OTTOBOPHE 3a
[poABaTaHa TO3K CHHZPOM.

IEA
Jla ce mpoy4ar ¢ npefcTaBAT 6 ciydas Ha QeTycH, AHArHOCTHIUPAHU KaTo
cuHApoM Ha Ppeiabp.

PE3YJITATH

MxKuTe PeTyCcH ca MOBeUe B CPABHEHNE C KEHCKUTE (CHOTHOMEHNETO MEXIY
noJsioeetee 3:2) uxepMadp OAUTUZBM IPY &IUH CAyHAH.

JlaHHK 3a KPBLBOCMENIEHHE MMa OpM MeT OT ciyyauTe (KATO JBa OT TAX
MPHHAIEKAT Ha eJ]HA K ChIa paMus).

KpunTopraaMuara IpucLCTBA BBE BCUUKY CIyHAL.

Kpreo cTbnano - pes equino-valgusu pes equino-varus (5 cayqan).

CHHJAKT MTHA UMARB TIET OT CIYHANTE.

MandopManue Ha yXoTO UMaR 5 0T cIyuanTe.

BB6pedHaareHe3nua e 6 OT caydanTe.

Jlpyru cuMOnTOMM ca OTGeIA3aHM B HAMATO H3cieJBaHe ca GejoApobHa
XUnepnaasus (4 ciydad), aHajHa CTEHO03a UAK aTpesusd (3 ciydan) v aTpesus
MM XOHAAaHA cTeHo3a (1 cay4ait).

Puz. 2

Puz. 1 Puz. 3

Puz. 4

®wur: 1. - Mauepupas deTyc canazapka v kpurradranmus
@ur. 2. - YHUAaTe panHa PEHANHA ATeHe 23U T

@ur. 3.- BuaartepajiHa CHHJAKTUKS - pes equines- valgus
Gur. 4. - BuaaTepanta nyMaH a1Ha XHIEpIAASHS

@ur. 5.- Exorpadus - MukpodTaiMus

ADPOM HA OPEV3DD

(FRASER SYNDROME)

ausa Kurosa', Aiiga Macmyau®, Ben /Ixkamaa’, Cymeiia-Cuana leitku’

'Karegpa aHaToMus, XUCTOM0TUA U eMGpuoorus, Meguiuucku Yuusepcurer, [l1oBaus
2 o
Knvnuka no peronarosnorus, LenTsp no Maituuncreo 1 Heonartosaorus, TyHUC

OBCBXK/JAHE

Cunppom Ha Ppeitavp (OMIM # 219 000) e pageK aBTO30MHO-pPELECUBEH
CHHAPOM, KOKITO Ce Xap aK TePU3KpPa ¢ HaJIXHKeTO Ha:

KpunTodraiMus,

KPHBO CT'BIIA0 - pes equino-valgus 1 pes equino-varus,

CHHJIAKTIJINA,

ManpopMalyy Ha JapHHKCa,

MMKOY0-II0I0BATA CUCTEMA,

KpaHuodanraina JucMopdus,

YMCTBeHA U30CTaHaNOCT,

4 MYCKY/THO-CKe/IeTHI AHOMATHH.

Yectora: 11/100000 MbpTEOpOAeH 1K 0,4 / 100 000 HOBOpOAEHL.

Toeeye or 200 ci1yuas ca cbOGIEHN B IUTEPATYPATA.

JlarHOCTUHHUTE KPUTEPHY HA TO3Y CUHAPOM (TOJIEME U MAKY, BIDKTe Ta61 1).

* 500 90 9

Taba. 1

TosieMu KpuTepua Mauiku Kpureprn

Kpunrodraamusa Konreuuranna MaadpopManus Ha HOCA
CHHIAWKTHANSA
AHOMA/IUY HA I0I0BATA CUCTEMA

DamuaHa noasa Ha CHHIPOM Ha

Kourenuraanu MaadpopMalye Ha YIIHTE
KoureHuTanHa MaadpopManusa Ha
JapHHKCA

Ppeiianp YerHa 1 HeOLOBA LienKa
Koctuu aHoManuu
TIbnHa XepHHA

YMCTBEHO H30CTABAHE

Jluarmozarta ce 3ana3ea B NPHUCHLCTBUETO HA JBA FOJIEMHU KPUTEPUA M eJMH
MaTBLK KPUTEPHIL MK NPH KOMOUHAIMA OT EMH [OIAM KPUTEPUE U HETHPU
MAJIKK KPUT@PUH.

YecToTaHa cuHAaKTHANA: 61,5 10 79%

Kpunrodrarmuara € oT CHIECTEEHO 3HAYEeHME 3a [AMACHOCTHIMpaHe Ha
CuHapoMa Ha Ppedssp.

Kpneocmemenueto e npu 15 10 24,8% ot ciyuauTe

Onprcany canogo GHY cIyHar BJAUTepaTypaTa Ipe 6paTa ¥ cecTpy

Teunn myranum wiM Hamruuero Ha reuum FRAS1 FREM2, mamupamu ce B
JLACOTO PaMoO Ha XpoMo3oMa 4 ca [JOKJIAaJBAHM KaTO OTCOBOPHU 3a
XeTeporeHHocTTaHa CuHpoM Ha Dpeiasp.

AHOMA/IMM HA MOJIOBATa CHCTEMAa MOTAT Jja Ceé €peHaT B APYTH MyTalluH:
MURCS 1 BBS. Toea 06ycaaps pas3/IMiHE $eHOTHIHE XapaKTePUCTUKH MeXIy
Te3n cuHApoMu. IlpeAnosara ce HeobHYaeH reHeTHUeH MeXaHM3BLM, KATO
HanpuMep MO KA HA FeHU U TPU-AIe/HO IpefaBaHe.

SAK/TIOYEHHE
IpeHaTanHa rarHocTuka npr CHHAPOM Ha ©ped3bp e TPy/Ha, HO Eb3MOXKHA.
TlpeeeHIMATA My € CEbP3aHAa € NPABM/IHATA F€HETHYHA KOHCYJATAlKSA, KOATO
Tpabea fa 6bJe peanusrpana, 0coGeHo MPU HOBTAPSIIY Ce CAyYaH.

JHUTEPATYPA

1. Fras, a basement membrane-associated pretein mutated in Fraser syndrome, m
initiation of the mammalian kidney and the integrity ofrenal glomeruli. Jola
Scambler and Adrian S. Waolf, Human Malecular Genetics, 2008, Val. 17,
Fraser syndrome and cryptophthalmes: review of the diagnastic
phenatypic medules in complex malfermatien syndrames. A M
2002;39:623-633
FREM Mutations Cause Bifid Nose, Renal Agenesis, ctal Malformations
Anas M. Alazami, Ranad Shaheen, Fatema Al ani, Katie Snape, Anand §;
Brinkmann, Prashant Bavi, Lihadh I. Al-Gazaligand Fowzan 8. Alkuraya, The Am
HumanGenetics 85, 414-418, Septembei 11, 2009
. The clinical spectrum of the Fraséf'syndrome: report cf three new cases
MAPATTON, AND M BARAITSER. Journal of Medical Genetics 1987, 2

]
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

TOTA/IH/ INCPADIMY HA MO3DEKA

PAXMCXVIVC, KPAHNWOPAXMCXVIVC, MMHVEHLEDA /I
Tana KumoBa', Aenuc MuakoB', Cymeiia-Cuaaa I'eiiku’

1Karnegpa Anamomus, Xucmoaozus u Em6puorozusi, Meguuuncku YauBepcumem, ITaoBqu6
*Kaunukano Pemonamoaozusi, IMenmsp no MatiuuncmBo u Heonamoaoaust, Tynuc

* PaxucXH3HC TIPeJCTABNABA BPOTEHA MOSEYHA MandopManng, sacaraimia
TPEOHAYHNA CTEIO BIANATA MY TEIDKHHA.

« JINTCBAT ABTHTE H H3PACTHIHTE Ha IPELLISHHTE.

-B TpBﬁHa‘{HOMOS‘quHﬂ KaHall C& HaMHpa HETOPa3BHT ]"P‘BGHH"JEH MO3BK.
JedeKxTETHe e TOKPHT ¢ KOKa.

« UnnennedamaTa 1 KpaHHOPAXHCXH3UCHT ca KOMOHHAITHA OT aHeHNedamsa n
PAXHCXH3NC, KAaTC TPH WHHeHNeamHATa HMa CHTHO H3Pa3eHa LEpPBHKO-
TOPAKATHA IOPA03A TOPATH TehekT HA 6C OKITHIHTANE 1 HOPAMEH OKITHITHTANS
MarHyM.

Jla ce Hanpapu eMHIEMHONOTHYHA XapakTeprcTHia Ha TotammTe mucpadim na
MO3BKA: PAXHCXHIHC, KPAHHOPAXUCKUIHC HHHHEHITShamis.

TOA

Ot 0bmwo 45 000 paxkmarna sa neproga 2006-2009 1. B HenTepa no MaimHacTee 1
Heonaronorna — rp. Tyauc (Tymic) ca yetaHosern 150 ¢ BpOTeHH aHOMATHH Ha
ITHC, ot xouto 33 deryca ¢ Toramau mHcpadmu, npemcTasngeamm 21,33% or
uscnegpannte. lecet (6,0%) oT TpyTIaTa ca HOCHTETH Ha aH OMATHATA PAXHCXHIHC,
emuHageceT OT Tax (7,33%) ca HOCHTENH Ha AHOMATHATA KPAHHOPAXHCXHIHUC, A
JBanAmeceT oT TaX (8,0%) ca HoCHTENH Ha AHOMATTHATA HEHeHNehatna. GeTycnTte
Ca Pe3yNTaT OT TPEeKECHATH GPEMEHHOCTH N0 MEMUIMHCKH TIOKA3aHHd,
BETPEMATOUHA CMBPT Ha TLNOTA, CHOHTAHHH abOpTH H HEOHATANHA CMEDT CIEX
OTOPH3ATIHA 34 Ay TOTICHA U TCHETHYHO H3CTSABAHE.

XapakTepHcTHKA Ha MalikATe:

« Cpedna gv3pacin—30,53+ 1,09 .¢ mHanazon o1 16 o 43 TomumEn

« Bpoii np — Bmi30 ToNOBMHATA OT MaliKuTe ca
HOCHTENKH Ha TIEPBA GpeMem—m CT, Ha{ €/ THA HETREPT 0T TAX ¢a HOCHTE/IKH Ha BTOpa
6pemermoct. C TpH M HaJ TPH TpemUIecTBANH OpeMeHHOCTH 00O ca efHa
UETBEPT OTMalKHTe.

« Cpeden Gpoi paxcoanus—nag 50% RAMAT IPEIIISCTBAITH PasK TAHHA

« Kpvena zpyna — Haii-MHOTOOD OMHM ca MalfkHTe ¢ KPEBHA TPYTIa A+, CEOTBSTHO
46,2%, IoCeTBARM 0T Te3H ¢ B+ kpEBHA TPYTIA, KOUTO ¢ 26,9%. OTKpEBRATPYTIA
AB HaMa pEerMCTPMpPAHM Maliki Ha Jella, HOCEUH AHOMATNHTE
KPAHHOPAXHCXHINC, PAXHCXUSHGC H HHHSHeHIShama.

« Kpweocmemenue — ipn 61,5% or cnygante aama; [pu octanamite 38,5% mva
JIAHHT 32 KPBBOCMEIIEHHE B PASTHIHA CTETIEH

« 72,7% 0T GPEMEHHOCTHTE ca MPSKE CHATH TIOPATH METHITHHCKM TIOKA3aHWA, a
6,1% npeacTaBIABAT CTICHTAHHHTS A00PTH.
XapaxTeprcTHRa HA eTycHTe:

« Ion — 66 % oT MHIMBHIUTE ca
SKEHCKH Ton, a 34% — ¢ MEXKHA

(rpad. I).

Ipag. 1. Pampeseichne o Tios Ha eryca

« Cpedern cpox na Bpemennocmma i
(mepmury — 22,76 + 13 TecT

cemM., Hal-paHHa 9 I.c , Hali-KsCHA | =
34re. W

« Usocrasane oT HOPMHTS 34 TETNO
Ha deryca—69.70%

IIpeHaranHa JAarnocTHka (rpad. 2)

B 21% ot cmyuante exorpadckata mquarnosa e aHeHuedamia, clempaHa oT
JTHATHO3HTe cTivna Gudmma 18%, exsermedama  12% u mandopmanua 9%. Tlo
3% caMBPTEBILION, XOJ0Tp o3eHIehaT s, THDHIOMHA 21, XepMadhPOIHTHIEM.

6%

Ipag. 2. Exorpapcxa puarnosa
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Ipag. 3. CesonromEm Bapuaimn
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Cesonnonnn papnanpn (rpad. 3)
TpuTe PasTISKIAHN AHOMATHH GO
TIOABABAT TIO-YECTO TIPH 3aYSBAHE B
SCEHHHA CS30H, B MECEUHTS
CETMTEMBPH, OKTOMBPH W HOCMBPH.
3abenqsea ce M MaTbK IMK Tpes
Mecen GeBpyapH.

Auyapn
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Paz. 1 Duz. 2 Duz. 3

QETONATOJOTHYHO ONMUCAHUE

Ha ¢wur. I e nokasan  deTyc ¢ KpaHHOPAXHCXH3HC, ¢ TPEIH3BHKAH abopT 1o
MeIUUMHCKA IOKA3aHHA B 18 recTarMoHHA CeMATA, OT XEHCKH TI0JI U ¢ TEMIO 0T
180T

Maiikata e 28 romumHa. [iMa JBe IpeauecTBamy OpeMEeHHOCTH Ge3 H3HOCBAHE Ha
TIeaa.

Ha ¢ur. 2 e mokasam cydaii Ha QeTyc ¢ paXMCKH3NC, C TIPSIM3BHKAH abopT To
METMTTHHC KH TIOKA32HHA B 1 8 TECTAITHOHHA CEIIMHITA, OT MEXKH TIONH ¢ Termno ot 200T:
Majikata & Ha 22 TOOMHM M HMMa JIBS TpEIUIScTBAIN GpeMeHHOCTH, O3
SKMBOPOJISHH JISTa.

BpaktTHE @ KPEBHOPOICTREH.

Ha dwnr: 3 e noxasaHs clrydaii Ha deTyc ¢ HHHEHEHIIE (amig oT XEeHCKH 107 H ¢ TeTTo
ot 1500 T. CioATaneH abopT B 32 TecTAIMOHHA CeMHIIA.

Matikata e 23 romumma. Fima egpa npemuecTsarna GpeMeHHOCT.

BpaksTe KpEBHOPOICTREH.

Puz. 6

Ha ¢ur. 4 e moxasan ciryHaii Ha eTyc ¢ KpaHHOPAXHCXHINC, ¢ TPSIHIBHKAH aB0pT
TIO METHITHHCKH TIOKA3AHHA B 15T, €., 0T MEXKH TION M C TET0 OT 344 T.

Matikata e 27 TOIHIITHA, HIBalIa 0T 3aryaH ( TYHHG) H3BECTEH SHISMHISH PETHOH.
TmagBe mpemie cTBANTH GpeMERHOCTH 623 M3HOCBAHE HATUIONA.

BpaksT He ¢ KPEBHOPOACTBEH.

Hadwr. 5 ce Bxga deryc B 14T ¢. ¢ kKpaHHOPAXHCKHZNC M OMpAOLSe.
MHRPOCKONCKH Pe3yATaTH

Dur. 6A e XeTepoTOTHH ¢ HOTYIAPHH TIHATHH CTPYKTYPH.
dur. 66 e gesopraHMsupaHa uepefpanHa Maca ©
KPAHHOPAXHCKHIHA .

AHTHOMATO3HA TIPH

Ipag. 4. Pasnpescacrme nio B3pacT Ha mafixute  Fpag. 5. Pasnpeseaenue no 6poit Ha Gpevennocture
HOCHTeAKE Ha $eTyCH C TOTaAHH AHCPAdUE HA MATITE HA HETOCHTE ¢ KPARHOPAXICXUSHT
15 2
11
! - -
5 !—-_n__.

o

A0I5T 2530 30.35r. kag3Sr

Ipag. 6. Pasnpescaerue 1o 0 5 10 15
Kp'SEO CMEN CHELE IPH KPAKHIOPAXHCIIIHC
Ha pad. 4 ce Brxma, 4e Hali-MHOTOOPOHHN
ca CNydyaWTe HA TOTATHH gHcpadim TpH
Maik¥ Ha BB3pacT 0T 25 10 30 TOMHHH.
Brnso 1/2 o1 MaliknTe ca HOCHTENKH Ha eIHA

23%

::‘: GpemenHocT (rpad. 5), HAM eTHA YETBEPT OT
TIX 63 HOCHTENKH Ha IBe GPEMEHHOCTH.
7% Or rtpad. 6 ce BHEmA, 9e OpakoBe ©
KPHBOCMENISHHS MMa caMo B oKolo 1/5 or
CITyuanTe.

ToranauTe Mcpadii KPAHHOPAXHOXH3HG, DAXHOXH3NC H HHHeHmedanui ca
BPOISHH )I[Sltlsl('l"ﬂﬁ B Pa3BHTHETO HA HEPBHATA CHCTEMA, HECBBMECTHMH C XHBOTA.
Te Tpa6pa Ta GBIAT CHCTEMHO TEPCSHH B XOMA HA GPEMEHHOCTTA To BpeMe HA
TIPEHATANHHT ¢ THATHOCTHIHN TIPETIETH.

IIpH chbMHSHHE 3a HamMuHe TpaAOBa da ObXe TPWIGKEH OHOXHMHYSH TeCT,
KApHOTHTIHO H3CICABAHE, exorpa¢wm N AOPCHO-MATHHTCH POC30HAHC H
JoKa3paHeTo Ha Mandopmamid Ta Ghle TOCHSNBAHO OT TpPEKECBAHe HA
GpeMeHHOCTTA.



TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

MueronneH capkom Ha rmasara Ha naHkpeaca
- NpejcTaBsiHe Ha cry4ail U NUTepaTypeH o63op

N-p B. NpbknaHoB, A-p B. NopaHoBa ,
O-p M. Aumutpoea , A-p.K. Cotnpesa, LA-p . Meopruee
A-p E. Cnacoe, A-p K. CanyHapoga , Mpod. A-p C. MlopaHoB

KnnHuka no knnHnyHa xemaronorua, MeavmuwnHckn YansepcuteT Mnosavs
YMBAN “ Ce.Meoprn ”.

BuBenenune: Muenongrust capkom (MC) , TepPMUHONOIMYHO M3BECTEH OLLE KAaTO eKCTpaMeynapHa ocTpa MUenouaHa NeBKeMUs, rpaHynoLuTeH
CapPKOM WNN XNOPOM € eKkcTpamedynapHa TYMOPHa Maca, CbCTOALLA Ce OT He3penn MNenonaHN KNeTkn. MsonupaH MuenouaeH capkom Ha
rnaBaTa Ha naHkpeaca ce cpelja U3KIoMUTerHO PAAKO, No NUTepaTypHU AaHHW ca onucaHn camo 7 criyqas B ceeTa . [loknaasame muenouaeH
CapKoM Ha rmaBaTa Ha naHKpeaca npu naLmeHT 6e3 AaHHKN 3a aHraXupaHe Ha KOCTHUA MO3bK OT OCTbP UMW XPOHNYeH MuenonponndgepatneeH
npotjec. .

pefcTaBsHe Ha cry4an:
Mecel, HoemBpu 2011r.:
*Mb>x Ha 46 rognHn , ¢ onnakeaHnA oT AuckomcpopT B enuracTpanHarta obnacr, rageHe, NOXbNTABAHE Ha CKMePUTe N KoxaTa N NoTbMHABAHE Ha
ypuHaTa.
*broxumndHK nacneasaHns: ToTaneH bunupybun 335.9; anpekten Bunnpybun 299; ASAT 254; ALAT 514; GGT 745; ALP 667.
*KT Ha abgomeH: [MaBaTa Ha naHkpeaca e o6xsaHaTa oT hopmanns € pasmepnt SOMM/70MM C pe3kn N HepaBHW CYEPTaHUA N C HEXOMOTe HHA
CTPYKTYPa 1 ¢ MEKOTbKaHHa NIbTHOCT. PopmayunaTa MHUNTPYPa CTeHNTe Ha AyoAeHanHaTa Abra 1 NPeMWHMpPa B NIYME@Ha KaTa ro CTecHsABa ©
2/3.
*/I3BbpLLUCHA ANATHOCTAYHA U TepaneBTUYHA aBaoMnHaNHa nanapoTomMuA ¢ AebenourneHa Gnoncns Ha onncanaTa chopmaLna.
Pe3ynTaTin 0T XNCTONATONOINYHO N3creaBaHe :
*Mukpockoncko nacrieagaHe: ®ubposa , cpej KOATO e HannLe AudysHa nponudepaLya oOT HEONNACTUYHIA KNETKN - MUENOUAEH CapKOM.
*MMYHOXMCTOXMMWM4HO N3cnengaHe :
MmyHotpeHoTun Myeloperoxidase (+); CD 15 (+); CD 43(+); CD 34(-/+)- nonoxuTenHu.
Ki-87 — Bucok nponndpepaTnBeH NHASKS B aTUNUMHHNUA MHdpumnTpar > 70%.
T —kneTbuHn mapkepn CD 3 (-); CD 5(-); CD 7(-)- oTpuuatenHu.
B-kneTbyHn mapkepn PAX-5; CD 20(-}; CD 23(-} — oTpuuatenHu.
EMA n Cytokeratin AE1/AE3 — oTpuuaTtentn.
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burypa 1 . OueTaBaHe C H&FMH$MJ‘ITpaLMﬂ OT He3penu MUernouaHu KNeTK B NaHkpeaca. durypa Z.bu,semsaue [
Mecell Aekemepun 2011r. NPWET B KINUHWKATA 3a ANATHOCTUYHO AOYTOMHSABHE N 3aNCUBAHE HA NeYeHne:
*Muenorpama : be3s aHraxuvpaHe oT ocTbp/xpoHuder MMM,
sLiuToreHeTuyeH aHanms: 46XY.
*MonekynsipHO -rTeHeTUYHO M3crenBaHe Ha Py3MOHHN reHn:
t(9;22)/M-BCR-ABL (-) oTp. ; t (9;22) m-BCR-ABL (-) otp.;
1(8;21) AML1-ETO (-) oTp. ; inv (16) /CBFb-MYN11(-) otp.; FLT3-ITD (-} o1p .
MKK 1 6UOXMMUYHM NoKasaTenu:
MKK : WBC 5.71 G/l; Hgb 144 g/I; PLT 288 G/I; AKK: St 6%; Sg 64%; Ly 26%; Mo 4%;
t.bilirubin 14.7; ASAT 26; ALAT 32; ALP 215; LDH 361 ; B2mg 1.79 mg/l.
CEA 0.98 ug/l; CA19-96.5U/ml; CA72-4 < 0.79 U/ml.
*Ot1 mecey, sHyapn 2012r. go m.main 2012r ca peanusnpanu
2 nHAYKUMOHHN kypca no MXT cxema ,7+3" 1 nocTUHAYKLUMOHHA Tepanus 3 kypca no MNMXT cxema hAM.
*Ha pectragvpanunata crnieg 2 n 5 kype e ¢ AaHHKN 3a YacTudeH oTrosop- KT g4aHHW 3a Hamansna HanonosyHa chopMaLus B naHkpeacal.
*KoHcynTupaH ¢ pajunonor: HenoAxoAsALLY 3a nposexjaHe Ha TI'T Ha onucHaTa dopmaLys.
*[MaumeHTLT e Haco4eH 3a aBTonoXHA Nepudpe pHa CTBONOBO-KNETbYHA TpaHcnnaHTauma./ auto PSCT/.
Ouckycna: MruenonaHWs capkom Hal-4ecTo 3acAra NepuocTa, MeKUTe TbKaHW , KOCTUTE , NMMApHUTE Bb3NK 1 koxaTa. [lo MoMeHTa B
nuTepaTypaTa ca onncaHK 7 cryqan Ha MUernonieH capkom Ha rMaBaTa Ha NaHkpeaca 1 1 cny4yaid Ha MMenouAeH capKom Ha onalukaTa Ha
naHkpeaca. B tabnuuarta ca npeacraBeHn cHMNTOMUTE, TEPANeBTUHHOTO NOBEACHME N OTIOBOPA KbM NeYSHNETO.
Tabnuua 1.

KCTHHRIHM 1 A1aG0PaTO PHH AW U IPH ONMCA HHTE B INTEPATY PATA IALMENT C H30.IHPAH MHEOMAEH CAPKOM HA TAHKpeaca

aeTop noaj/erspact [ — AoKaAMzAUNS HA MPOUECA [T — B T —— OTFOBOD KEM JEMEHUETD
Kinget of /36 MEITEHHI A, TIABA HA NAHKPEAC Hopmanen XT, Ilenen oTroeop
enuracTpanna Goaka noKAANA ABETEpANE
Moreau et af /37 KEATEHHN A, I1AEA HA IAHKPEAc 60% auraxupane oT OMJT HEHZBECTHO HEHZBECTHO

enuractpaana fomka,
pecnupatopuu uuderuuy

Marcos et of M/32 foaca B JECEH rOPEN KBaj paHT IJaBa Ha NaHKpeac Hopmanen Whipple onepaTeuno, XT Tlbaen oTrosop
Ravandi- M/31 HeaTeHHUa, rnaBa Ha nankpeac 6% anrascupane o OMJL XT Tlbwien oTroop
Kashani et of EnuracTpaana fonka
Ravandi- /61 enuracTpanna fonia rNaBa Ha naHKpeac 78% auraxupane o1 OMJT XT Tleaien oTrogop, penanc c
Kashani et af erauTyC
Servin-Abad M/64 MBITEHHL A, rnaea na p Hi XT Tenen oTroBop, exsuTyC 0T
etaf JIEKA eNUracTpaana foaka MOZL'EH HHCYAT
Rong et af M/40 —— rnasa na p Hop Whipple oneparsuno, XT Tleaen orrosop
KOHCYMaUus HA Terno
Lixeetal S48 cuaHa GoKa B A5E ropen onamka na nankpeac Hopmanen Cnaenexctomus, EicauTyc 0T penanc 3 meceun
KERAPAHT, IAHUHTONENNH, MaHKPEATEKTOMNA no-KacHo
e
Haw caywaii M/46 JKbATEHHa, ENMFACTPAAHA Bostica, 1aBa HA naHKpeac Hopmanen XT Tlapuwanen orroeop caea X T,
ragene, BTpHcane npeacton ACKT

3awnioyenwe: MoseveTo aBTOPN CbOGLLABAT 3a A00bP TepaneBTNYEH OTTOBP OT cTaHAapTHa MHAYKyMoHa MXT kaTo B 3aBMCUMOCT OT
noanus3auuaTa ce Npunara TeneramaTepanus Wunu onepaTuBHO NedveHne. HaTpynBaHeTo Ha cryvaun B Ta3n psaAKa KIWHWUYHA NaTonorus —
MUernoneH Capkom Ha [MaBaTa Ha NaHKpeaca e oT 3HA4YeHNe 338 W3rpaXJaHeTo Ha eAWHHA AMArHoCTUMHA U TepaneBTUYHA CTpaTerns.
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

CPABHUTEJIEH AHAJIN3 HA TOCTBIIA J1O
JIEKAPCTBA-CHPAITN
B CTPAHH OT BAJIKAHCKHS ITOJIYOCTPOB: BBJITAPHSL, I'bPINIA H PYM'LHI/IH
KamymeBa Mapus, CtoumMenoBa Acena, IlerpoBa I'enka
PapMmaneBTHYCH (aKyiarer, MequuHHCKH YHHBepcuTeT Codusa

BbBegenne
OBUATA MOTHTHIA B cepaTa Ma PEAXHTE SABOIABAMILE H NICKAPCTBATA-CHPAIM B PAMKITE Ha Enponeiickint B TR O S G SR G 60 (e 78 nIBE, @ i B
c3103 (EC) cpenia SATpYTHCHICE IPW TAPAHTHPAHE HA PABHIGL LOCTEN A MAHCHTHTE 0 HEOSXOTHMATA TCpaImest. ce penneBypenpat 37 (50.68%), Tepuiwt - 20 (27.40%) u Pywsiia - 22 (30.10%). (arnarpava 3) H s Tpute
TlomyyaRaHeTo Ha pealled JOCTEI 10 Ma3apa Ha JIEKApCTBO-CUPAK, Cg] TIATYYaRAHETO Ha paspelleHHE 3a YIOTpeSa BPHABH HAU-TOJHIM & [IETHT Ha AHT HYHHTE H JNexapeTRa — B Bnarapu - 22, B
or EMA, b sanema mprasa or BC ¢ saueno or 5) Thpumi- 12, 5 PywisHii— 16, (qiarpasa 4) JHICBAT TEKAPCTS 32 TCIEHHE Ha s BGTTBAHIS HA UBPAEHO-
BIOPKCTHHTS OPAHINCHI, HHCKWAT EPYTeH BTIPCCH MPOAYKT 1 PYTHUA HIOHOMINCCKH W MEHLHHGKH CHIOBATA, NHXATENHATA CHCTEMA, HA CETHBHIUTE OPTAHK H AKTHIIAPASHTHA TPOLYKTH. (SHATpama 4)
NOKASATENH HA [IA32pA KA HALGOHATHO HUBO CESIABAT YETOBHA 34 HSKIKMBAHE HA TIO-MATKO o) CKTHBHH 0T ISHA
TOYKA HA PASXOHTE TEKAPCT p oo AoeTEN A dapMakorepami, (6).
Brarapus, PyMBHUA H DEPUHA cA §OHH 0T TBPBUTE CTPAHH-YWISHKH, BEBEIH HALHOHATHU TUIAHOBE H CTPaTErHi
B OSTACTTA HA PEAKHTE 3aBOMABHILL (7)
Cre cr3gamaveTo Ha HaluMOMaleH IUIAH ce LEIH M OCHIYPABAHE HA [OCTEN HA MALMEHTHTE A0 Auaowzd A
dapuaxoepamict. Bpoii Ha MeKGRCTERTR CHP2UM © BTOPHNEH CTRTYT, R HMEYRCHREHH B
Bwarapun, Fopuus u PymsHia
Hen 3w
CPZBHI/IT&I'IBH AHAJH3 HA J0CTHLNA 10 JeKapcTBAa-CHpAlH B E'Ll'll"ﬂpl/lﬂ, r'bp].ll/lﬂ H ” » 2
PymbHAS Ipe3 cHCTEMHTE 3a penMGypcHpane. e
° Aamasn
MaTepHa H u METoAH T -
VI3 BEDUIEHO € CHCTEMATINIHO, CPABHITETHO, 3AKOHOTATEIHO NIPOYYBAHE Ha O3 HTHBHHTE NEKAPCTBEHH CITHCHLN B
TpuTe TEpXABM U Lists of orphan drugs in Europe 10 Mait 2012.
Bpoii Ha neKapCTBaTa CHPALW C BTOpMIEH CTATYT, peHMBYPCHPaHH
1. IIpoyueHH ca CTEIHNTE 3AROHOTATETHN A6KYMEHTH! B Bbarapus, Mopums u Pymshus, cnopea ATC loaa
{A) MOSHTHBHI HexapeTBen cmiek Ha Barapu axryanex kem 01.07.2012r (2); .
(B) CTHCBUHTE Ha 3ATUIAMAHH ¢ OBMECTBCHH CPRACTEA NIeKapeTBa Ko | 206,20 12 B Pyt (4); n
(C) myBmkysazta 5 JpprkaBe BeCTHHE, p. 147 or 01.03.2012 CITHCBX ¢ IEKAPCTBA, SATUIAMAK © MYSTHSHIt »
CPEETBA, CBIMACKO SakoH 3816/2010 5 Teprie (1),
32 OMELEISTHE HA PEUMBYPEUPAHHTE JICKAPCTEA CUPALL = -
2. CRLOTRETHHTE TleKap CTREHH CITHCEIM Ha BEnrapis, Pyneums u IEpIust ca cparesy cie , CIHCEE Ha 1° I‘
exapeTEaTa cupai B EBpona™, KOHTO ca © TEPBHYHO PASPEIIICHHE KATO CHPAIH H KOHTO 6 © PA3PEHICHHE 32 .
yroTpea Bes MpenBAPHTENHO obosHaaBane KaTo cipait.(Lists of orphan drugs in Europe), akTyamei kea mecery N B
Mait 2012 (3). @ -
: " 1 . 111 1111 : 1
e ol A an
e
mEsponeicmcuna B Tupuna Ewiapns B Pyimana
Pesyarrarn
. [r—
EpOIT Ha JEKAPCTBATA C INEDBUMEH CTATYT Ha cHpawi € 64 B EC. Ot pix 3 [UIC Ha Brirapus ca aomcucHu 22 B i e (e E“M pierid ;fﬁlﬁ:?;m“‘:‘i&‘ﬁh‘. e
(34%), B Pywsuus - 16 (25%) u B DEpLst — 24 (37,5%).(auarpama 1) B MOSHTHBHHTE CTMCELH He NPHCLCTEAT S i+
JIEKAPCTRA 32 JIEYEHUE HA 3aBQIARBAHHS HA HEPRHATA CUCTEMA H AHTHMHGEKUHOSHH TMpomykTH (BLITapua); Ha
CBPACIHO-CHEOBATA CHOTEMA, XOPMOMATHH H aHTWHHEKUHoSHH MpoAykTH (IEPIGUI); HA HepBHATA cHOToMa H
XopvoHATHI Nekapetsa — B DPywsmir (marpawa 2) OT MuLGHTC gckapeTsa cHpauM Gporr Ha
I neKapetEa ¢ wati-rona — b Baarapwr - 12, 5 Dipuna — 14, B Jluckycus
PyMBHIA- 6, (AHATpaNa 2)
He BSHMKH TEXAPCTBA CHPALIH, KOHTO C2 PASPELIEHH 32 YIOTPEBa B EC, ca HAIHMHH B 03 HTHBHHTE

FEKAPCTACHH CIUHCTIH HA IPOYHCHUTE FEpKABH, KAKIO TIO PHHAHCOBI, TAKA H FTO M OTHIHECKM IPUNHHH,

i varmama 2 TIpHCECTBHETO HA MoBede TekapcTsa 0T L-ATC KATETOPHST (a HTHHEOTUIA CTHMHH H HMYHOMOTYIHPAIIF) MOYKE
Lvarpama
oY Ha MEHARETBATH AN € THRBHHEN CTTYT, BP0/l Ha ABKANCTEA CHRALM £ MLABHUEH ETATYT, [a o& oBACHH © TipeofilaJaBAHETO HA PEIKH IOKAYGCTBEHH 3aBIABAHIA
e vraBypcanann & Buarapus, Fopuan i PysoHus PeUMBYRCHRaHY 8 BB AraRUs, MbALMA 1 PyubHus, criopen ATC PemaBaueto Ha mpofilema ¢ JOCTEA € KIIOYOR ETAM B OCEIIECTRIBAHETO HA BCAKA HALIHOHATHA IPOTPAMA 33
i peaKu GOTECTH H MeXapeTRA-CHPAILH W TAPAHTHPAHE HA TIPABATA HA BEHUK EBPOMIEUCKH TPLKTAHU A0
? 3ApaBHo oBCTPRBAHE.
i 5
H
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TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

[Ba KNUHWYHK CnyYas, 4eMOHCTPUPALLM LLMPOKUS
AManas3oH Ha MUTOXOHApWanHuTe Gonectn

P Twhuesa', M. JlursuHeHko?, C. Muxainosa®, A. Kaawm!, [. Asaxuesa-Tsasenna'!, M. Mapurosa?, [. Mnuesd, E. Haymosa®,
0. Cramaros?
'CBANJB, Md-Codhua, KNuHUKa Mo eHAOKPUHOMOTMA U KIMUHUYHA reHeTuka; 2CBANA B, Md-Codiua, KnuHuka no Hesponoms; YMBAI
JAnekcaHapoBcka”, Lie HTpanHa NaGopaTopus Mo KIMHKUYHA UNMYHoro ua; “CBANAB, Md-Codous, KNHUKa Mo MyNIMoJIorMs ¢ MHTEH3UBEH CeKTop

yBOA

MELAS (Mitochondrial Encephalopathy, Lactic Acidosis, Stroke-like episodes Syndrome) ¢
MHTOXOHZPHATICH CHHAPOM, XapaKT ce ¢ b

3atomaneTo € okormo 1-5/10 000. MELAS € MyJITHCHCTEMHO HapYINEHME C HAYAII0 Hal=HeCcTo

TH1 H MHONAaTHA. YecToTata Ha

CITEN 5-TOMUIIMHA BEIPACT H HOPMAITHO PAHHO MCHXO-MOTOPHO pazBHTHE. OCHOBHHTE CHMITOMH Ca:

reHepa; p TOHHY

IBpHOBE, PEKYPEHTHO MIABOGOIHE, AHOPSKCHS, IOBPHILAHE,
JIECHA YMOPASMOCT, MHOTIATHS CBC GTa0OCT Ha MPOKCHMATHATA MYCKVIATYPa, H30 CTABAHE B PECTA,
HHCYIITONOZOGHH EMH30TH, NPEXO/HH XEMHNAPE3H, KOPTHKATIHA CIIENIOTA, CTEIEHHH HAPYIICHES Ha
CHIHAHHETO H MOCTENEHHO HAPYIIABAHE HA MOTOPHHTE (YHKLHH, 3peHHETo M ciyxa. ITprunua 3a
3aBOIBAHETO CAa MyTALUHM B MUToxoHApHamuus res M7 TLI, wopupamy tRINA!WUUAUUG)  Haji-
HECTATA MYTALHSA, KOATO C¢ yCTaHoBaBa mpH okoe 80 % 0T MALMSHTHTE ¢ THNHYHA KIMHHYHA
KapTHHA € 3aMsiHaTa A — G B HYKICOTHT 3243 (n.3243A > ). OTKpHTH Ca K APYTH MYTalKH B
MTTLI u MT-ND5. Mytauusta B MTHHK ce mpemaBa oT MafikMTe, KOMTO Hafi-uecTo ca
ACHMITOMHH HIH ¢ TEKA KIHHHYHA H3spa. Jlewerueto mpu MELAS € cHMITOMATHYHO.
TlpepcTapame BM ABC Acua C XMOCPIAKTATAMECMHS H JokazaHa, upes [HK-amamus,

MHTOXOHZPHATHA GOIIECT.

METOAU U NALUMEHTU

IIBpBHAT MaUKMEHT © MoME Ha 9 rof BBIPACT C OCHOBSH CHMITOM MYCKYIHA claocT M
JISCHA YMOPASMOCT, C MOMHEPTAHA JUXATCIHA KOMIOHSHTA, PH YMEPSHO (JHIMHECKO HATOBAPBAHE.
HacoucH © KBM KIHHHKATa CEC CBMHCHME 3a GorecT Ha Pompe mopagn BHCOEM cToiHOCTH Ha
kpeaTHro cpokuHazaTa. [[HarHo3aTa ¢ OTKBBPICHA upe: cH3MMeH aHamns. Ilpn HampaBenHTS
GHOXHMMSHH HICTICABAHMA C YCTAHOBCH BHCOK JIAKTAT, KOSTO HH HacOMBa KBM TEPCCHETO Ha
MuTOXOHApHATHA GorecT Ilpu cexnenupaneto Ha MT/IHK ce oTkpuma myTamus m.3243A > G,
xapaktepra 32 MELAS cumgpom. BTopoTo meTe ¢ Mommue Ha 7 Mec. BRIPAcT, TPHETO B
OTAEIIEHHETO NOPAJH PEIPEC B Pa2BHTHETO H CEMHEHHE 32 TeBKOAKCTpodusL. ITo Bpeme Ha npecTost
B KIHHHKATA OfXa PETHCTPUPAHH CAMHHGHH TCHEPATHIHPAHM TOHWYHO-KIOHWYHH TEPYOBE, 32
KOKTO CE 3aM04HA JISLCHHE C AHTHKOHBYIICAHT. B PAMKHTE Ha HAKOJIKO HACA CECTOAHHTO Ha JETETO
PA3KO Ce WIONM, H3MAZHA B CNHICNTHICH CTATyC K KoMa. OT 7aGOPATOPHHTE H3CICIBAHHS €
HaIHUE 3ACHIBAIR@ CE XHIEPIAKTATAUMACMHSI, CHOTBCTHA HA BIONIABAIOTO CE CBCTOSHHE Ha
pereto. OT Hanpasenust SMP u AMPC ce yCTaHOBABAT XHNOKCHYHO-XHIOKCSMHYHH MPOMEHH B
axyTeH cTagmit (punl a, 6) M CNEKTPOCKONCKH MaHHH 3a MOBHIICHH HHBA HA JAKTaT Ilpu
nanpapenus MTIHK-anammz ¢ otkputa MyTaums b rena sa (RNA-Ser2 (m. 12223A>G),

Bucoxomonekymra rewomsa [JHK Ha manmucHTHTE cc Hzonmmpa oT mumpouutH oT
nepudcpHa BcHO3HA KPEB MOCPSACTBOM aBToMarHinpana cuctema GENO-M6. Hanomssan Gemre
PCR-SBT mcToma 2a gerekuma xa muroxongpuamiu JHK (mrJHK) equuuunn HykicoTumem
samcun. MuToxongpuamunTe MyTamun Gsxa ONpSACICHH Hpes CPABHSIBAHE HA HYKICOTHEHATA
MOCTENOBATETIHOCT Ha CHLOTBSTHMS MMTOXOMIPHATEH PErHOH ¢ 6a’a [JAHHM, CHEBpIKAlRA
othuumanmo mybrmmkysanata MTIHK cexmenumsa 8 MITOMAP u mtDB-Human Mitochondrial
Genome databases.

@ur: 1a, 6. AMP Ha mraBeH mozbk Ha A, M. C.

OBCBXOAHE

CungpomeT Ha MELAS Moe fla 3amouHe HISBATA CH, KaKTO GaBHO ¢ MycKyiHa crmaBocT, Taka M
(yIMHHAHTHO ¢ MOZBHA CHMITOMATHEA. BENPCKH Hali-4cCTO OMMCBAHATA BEIPACT OKOIO H Hag S
TOZHHH, 3a00IAPAHETO MOMKE JJa JAN0YHE B KEPMALECKH MIEPHOT H OKONIO AcceTata roguka. Iipu
MBPBHST MAIHEHT C HETHNHYHA KIHHHYHA KADTHHA CE YCTAHOBSBA  HAM-UECTATA MYTaNHs,
npwanaspama MELAS, fokaTo npH BTOpHS NauHCHT OTKPHTATA MyTALMS ¢ HOBA, 2 KITMHHMHATA
KAPTHHA © XAPAKTEPHA 32 CHHAPOMA. [[HATHOCTHYHHAT MPONSC MPH MHTOXOHIP HATTHHTE GOISCTH
HECTO & KOMIUIHUMpaH. B mucepeHIHaTHO-THATHOCTHYHO OTHOMIEHHE CE HITOYBAT PERHIA
MHONATHH, BKIEOMHTCIHO M GoecT Ha Pompe, KakTo M HEBpO-HCTCHEPATHBHH 32aorsBaHHSL
Haco4BaHeTo KBM MHTOXOHZDHATHA GOIIECT CTaBa HAH-4ECTO CIIE] YCTAHOBABAHE HA MOBHIMEHH
TakTaTHH HEBA. IIPEACTABEHHTE OT HAC CIIVUAaH NMOKAZBAT HAKTOUHTEIHATA XETEPOTEHHOCT Ha
KIMHHYHATA KapTHHA. IIpH HATIGIHC HA MOBMIUCHHM HMBA Ha JIAKTAT, HCIABHCHMO OT HATHHHETO
HIIH HE Ha THIHYHHTE CHMITOMH, TpsitBa ma ce micrempa n MTHK. BeiMomHa € NpeHATAITHA
suarHocTHKa Ha MELAS, axo MyTauusima B MT/HK € yeTaHOBEHA MPH MafKkaTa, HO € HECHTYPHA
NOPaJH PAIHHHOTO MY TAUHOHHO HATOBAPBAHE HA MAMHHHUTE H (JCTATHHTE THKAHH.

Ha ra6m.] ca MpS/CTABSHH KTHHICHHTE XAPAKTSPHC THKH H PE3yITTATHTE OT
naﬁopa'mp HHTE H3CTICABAHHS HA HAIUKM TS MALHEHTH.

Tabm. 1 XapakTepHCTHA HA MAMKCHTHTE.

T
— :

o e

. Hopmarno duzrecko u HIT 1. Hopmamso duzpezecxo x HIT
Pa3BHTHE 70 6 TB. PA3BHTHE 0 5 M. B.

JlecHa yMopa MpH IIEKH £0 yMepeHn 2. HecnmokofiHa, He ce 3aHTpaBa,
(PHIHIECKH HATOBAPBAHHA. JIBHDKE HHSITA H HAMAJISIBAT.

Hansa TloBpsupne NpH Mo-TOIEMH 3. JlaHHH 32 JIAPHHICAICH CTPHEOP B
(PHIHCCKH HATOBAPBAHKSL. PAMKHTE HAa HCPa3MO3HATH

. EMI-ganny 3a MHOTCHEH THI KpaTKOTpaHHU EPHOBC.
yBpeHIaHE.

LEELUU TN C ranarsmane a npara Ha dusizecko
HAMATISIBAHE H YBETHIABAHE HA
abuopmuocTHTE B EET

EnunenTryeH craTyc, KoMa, exitns

ChCTOAHHET lethalis
o

Lty 030 /.58 mmol

CrwIHO aGHOPMEH 3aIHC C
MYITHOPMEHH AGHOPMHOCTH 0T

EET" OTHHIEH H TEHEPATHIHPaH THII,
TOIEKALA Ha MOBIHABAHE 0T BHHIHE
harTOpH.

0

5.07/12.52 mmol/l

YmMepeHo HipaieHa aGHOPMHOCT B
GOZPO H CHHHO CHCTOSHHE.

Brcok curnancs urtenzurer T2
CYNpa TCHTOPHATHO.

MP manuu 3a napascHa
PECTPHKLMS Ha THYIHATA HA
BOZHHTE MOIEKYITH.
CrexTpoCEONCKH MOBHILEHH HUBA
Ha JIAKTAT, HHCKH HKBa Ha NAA M
JIEKO TIOBHILCHH HHBA H XOIHHA.
XHIOKCHIHO-HCXEMHHHH POMEHH
B OCTBP CTafHii B paMKHTE HaH-
peposTHo Ha MELAS.

s

w

bl

[ vy

Ha dhur: 2 11 3 ca Mpe/icTABSHH MyTAIHHTS 1 [BAMATA TATHGHTH.

m.12223A>G
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

Tpera HarmoHamHA KOHQEPESHIL 33 peakH GomecTn
o IekapeTBa cHpand, 14-15.09.2012 - IInosaus

TPAHCTUPETUHOBA bAMUNTHA AMUNONOHA NONVMHEBPONATUA (FAP - TTR) B
BbIrAPUA — ENMAEMUAONOTIMYHA, KNTMHWYHU U TEHETUYHU OAHHU

C. Capahos!!, B. I'epremyenal-!, MI'ocnogueosat?, E. Bpaguctunopal?, A Kupos??, T. Tomopos2?, A Togoposa®?, B. MutesZ, 1. Trpres!!.
1.YMBAJL, AnexcangpoBcka”, Codus.
1.1. K/uHHKa 10 HEBPOIIOTrHT
1.2 KnuHHKA 0 KapIHOTOTHA.
1.3 JIKB, eHIOCKOICKH KabHHET.
2 Katempa Mepumuncka Xumua u broxumug, Memuruackn Vaupepenter, Codua
3. I'eHeTHYHA MeJHKO-qHATHOCTHYHA MaBoparopusa ,[EHHKA”
BLBEJEHIE
TpaHcTUpETHH CBBp3aHaTa daMiIHaTa aMuon Ha nonuHeBponaTus (P AIT) € HacaeACTBEHAa aMHIONI03a C KBCHO Hayaao. DopMHpaHSTO Ha aMIIOHAA CE
OBIKH Ha JASCTaOHIM3MpaHe Ha TPAHCTHPSTHHOBMA KOMIUIGKC, BOACINO 10 a0HOPMAIHO HAKBCBAHC HA MOHOMCDHHTS MOJICKYIM BBB (HOpHIH K
OC/IEBAIIIOTO UM OTJIATAHE B M3BBHKICTHUYHOTO NMPOCTPAHCTBO HA pa3auuHu ThKaHU (Durypa 1). AMHNIOHIHATE HATPYIBAHKA Ca IPEJHMHO B NIEPHEPHI
M aBTOHOMHH HCPBH, CBDACYHA MYCKYIaTypa H TacTpo-HHTCCTHHANHHA TpakT. loBa 0GACHABA KIMHHYHHTG CHMITOME — MNPOTPSCHBHA IICpHQEpHA
HEBPOIATHSI, PECTPHKTHBHA KAPAHOMHUONIATHS M AHAPHS.
3abo1gBAHETO € ABTO30MHO JOMUHAHTHO pe3ynrtat Ha MyTauuu B TTR rexa, no momerra ussectau Hag 100 paznuunu suna.(Qurypa 2). Beska oGycmass
CHITHO XCTSpOre¢HHa (PCHOTHITHA KIHMHHYHA KapTHHA MPH PA3THMYHHTE MYTAI[HH, JOPH IPH GIU3KOPOJACTBEHH MALHSHTH ¢ ¢AHA M CBHINA MYTAallua. BeIpekn
TOBa Ca M3BCCTHH HAKOH OCHOBHH KIMHHKO-TCHETHYHH KOPEHALHH, ONMPCHCIALIH OpTaHHA NPEAMICKIHA HA aMIUIOMIHHTE orTlaraHmi. Hai-decto ca
3aCETHATH NMEPHQEPHA HEPBHA CHCTEMA, CHPASUSH MYCKY/, TACTOPHHTCCTHHAICH TPAKT, YepeH Apob. [Iporpecuara ¢ HEMHHyeMa, CPSAHATA IPSAKHBACMOCT
€ 5, ciiopen Hakoi g0 12-15 roguHu.
Criydau sa @AIl ne ca Gunn weanonenno knuunyuo u JIHK auarnocruunpanw B crpanata no 2008r, korato KoJACKTHB HAa KIMHHKATA ONHMCBA IIHPBUSA
ciyyail. BriocnieacTeie Toit M BTOpH CiTyyaif ca onpeAe/ieHH I€HSTHUHO OT reHeTHYHA nabopartopus B rp. Ilopto, IlopTyramusa. Or mapt 2010T B cTpaHaTa €
BBBE/ICHA MOJICKYIsApHO-reHeTuyuHa auartoctuka Ha O ALl B Benrapus.
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E. Hund, npesenranua & Heidelberg Palaninathan et al. (2009)

@urypa 1. TIpexoi 0T HOPMATHO B aGHOPMATIHO HAFbBAHE Ha Durypa 2. TeTpaMepeH TpaHe THPSTHHOE KOMIUISKS H PasloNioAeHAS HA HAKOH
TpaHCTHPETHHOBHTE MOJICKYJTH 33CETH4TH aMHHOKHCETHHH COPAMO CTPYKTYPaTa Ha HPOTCHHA
KJIMHAYEH KOHTUHI'EHT

HSCJ’IE,HB&HH ca Go/HM C HEsACHA IIpOrpecHpalla akCOHaJICH THII IMOJIMHCBPONATHA, ChpACYHH HAPYILUCHHS, C HIIH Ge3 JHAPHICH CHHAPOM.

R : ¢
el e | 1o [PE3VITATH
Aexanns ot e
@ Ree | Jlo momenta ca epudpumumparm wimpmuno, JJHK u mopeueto Guorcrumo (pekTanHa murapmia), 30
? . u
HecpogHH cemeiictBa B 13 acuMmToMHE HocmTenm oT 6 cemeiictsa. Jlombnmutennn TpuMa GoaHH C

i . |kapTiEa Ha ®AE mamat mytamus B TTR rena. Pasroprata xIHHFHA KAPTHHA CE CHCTOM OT AKCOHATHA

M Kedoday Tumu
I~ e Wogrsis
590

Pleven

Sheven

N 2 5
) el i o>
° = ,‘;‘ Lo T S [OJIMHEBIIPOMATHA, PECTPUKTUBHA (XHIETpohuyHa) KapAMOMHONATHA C TEHKKA JMACTONHA U CHCTOIHA
o s g
e 3% gl e AuCYHKIES, AMApHYCH CHHAPOM U apTEPHANHA XUIIOTOHHA. B 2/3 0T ¢IyyanTe IBPBUTE CHMIITOMH Ca OT
5 u‘“; o (|ITHC, mpu yacT OT TIX KaTo Kapran-TyHEN cuuApoM. CETHBHUTE HapyIIEHHS ca MbpBH — Gone3ncHa
% Siven
(Gocus) “3‘»7- 50 | SHIISCTE3HA H TEKKO YBPE/ICH JISMHHCKOBA CCTHBHOCT OCTHIAIIH HHIBHHANHHTE K KYOHUTATHHTE TBHKH.
3 oamiel

okey,

=% | CEp/IeYHATE HApYIIEHUA (PUTBMHN H TIPOBOJHEM H OCOGEHO NPENCHPAHO MEBKIEHE, UECTO IOCTABEH
[IOCTOAHCH CICKTPOKAPJHOCTUMYIAaTop) ca WEPBH B ~ 1/3 oT ciayyaunre. [Juapusara ¢ bpBU CHMIITOM IO
u3KmoveHue. [IpeaAxoKaa ce OT HAKOIKOTOJHINHA OGCTHITALIKNS, C/ICABA PSAYBAHETO H ¢ AMAPHI K HAKpasd
by . " camo NUAPHYHY BOAHUCTH H3XOKAaHus (2-10), spasaiu ce 10-40 MuH. cneq HaxpaHBaHE ¢ OOWIHA IIIyMHA
= o, '%fi"“ff;oX Ezn‘gs nepucTanTHra. O6mo 25 ceMeficTBa MPOM3XOKAAIM OT palioHuTe Ha rp. Kroctermmwi, rp. Bmaroeerpan, rp
s Knmaﬁq’\/ et | Hynauna (camo 2), 1 ot piioxa Ha 1p. Crpymuna (P.Makegoxusa) zHocar mytanuara Glu89Gln. Cemata
0, KON Sopes Hayralt .
= "lrocm 1 cemetictBo or rp. Temmx m 1 or rp. Topra OpsxoBumra (0 HCTOPHYECKH JAHHE CIICH
OcBoGOKICHHETO HAKOIKO POJOBE OT palioHHTe Ha rp. Kroctemamt u rp. Bocwierpan cc mpecenear B
Ceseponsrouna bearapus). Tpu cemelictsa or padiona Ha c.Bakapen u rp. MxTuman HocsaT MyTaimsTa
Qurypa 3. lpowsxon ra FEHETH‘;;XH Ser77Phe. Myranuata Val30Met uMar aBama criopaguyuu Gonuu. Hauanoro npu GonHuTe (33 BCHUKH
AOKA3AHHTC [ALMCHTH C AHATHO3a myTanuu) ¢ 52 rogunu (40-62), cpeanara mpexwuBsiemoct 7,5 rogunu (3-16). Havanoro mpu Gonmute ¢
myTanua Glu89Gln e cpenno Ha 52 roamum, te3u ¢ SEr77Phe ma 56 rogumm, Tesm ¢ Val30Met na 55,5
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3AKJ/IIOYEHITE

3a mepeH BT B bharapua ce onucsa moapoGuo PATL KiMHH4HATa KapTHHA € THIIMMHA M HE CC PasJIM¥aBa OT OIIHCAHHMATA H IIPH JPYTH MYTallHH.
OdopMAT ce JBE SHACMMYHH OTHHINA ¢ XapakTepHa 3a crpaHata MyTamud Glu89GIn (mbppBomMauagno omMcaHa B HTATHAHCKATA ITOTIY/IALIHA)
oOXBalallja FOTO-3aIIaHHTE NOTPAHMYHH IUIAHMHCKH MACHBH C JBa IGHTHpPa — paiiomute Ha rp. Kiocrewawia M rp. Buaroeerpaj M MyTalusra
Ser77Phe (xapakrepHa 3a ¢perckata momymamms) ¢ m3tounuk c.Baxapen u rp. HxtiMan. Ilpeacton 3amouBane nedetue ¢ Vyndagel (Tafamidis) ¢
HATPYIBAHE Ha PE3YITATH, MPOCIIC/ABAHE HAa aCHMITOMHHTE HOCHTENH. KiHHMKaTa paGoTh kaTo ueHThp 3a QAIl B bbarapua H ¢ B npouec Ha
perucTpanHd KbM MexAyHapoanud peructsp THAOS.
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Tpera HanHOHATHA KOH(EPEH N 32 PeIKH DOMECTH
o JIeKapeTBa cupany, 14-135.09.2012 - IInosmme

AMUOTPO®UNYHA NATEPAITHA CKIIEPO3A B BEBJIFAPUA -
AKTYAJTHU KNWHWYHW N TEHETUYHU OAHHU

Cranko Capadpos!, Julie van der Zee?, Albena Jordanova?2?, Christine Van Broeckhoven?, Usaiino TepHes.

1. YMBAN AnekcaHgpoecka, Cocpua, KnuHuka no HeBponorus.
2. VIB Department of Molecular Genetics, University of Antwerp, BELGIUM
3. Kategpa no meauumHcka xumus u Guoxumua, LieHTsp no monekynHa MeguumHa, meguumuHcku YHueepcuteT, Cochua

BBBELEHUE

AmmoTpodbuyHaTa natepanuia ckneposa (A/1C) e HeBpojereHepaTBHO 3aGoNABaHe C haTaneH Msxo/, HalW-4ecTo cpeliaHa B 5 U 6-To geceTuneTue. KnuHu4HaTa kapTuHa ce
CbCTOM 0T 3acAraHe Ha LEHTParNHWA U NepuchepHUA BHUraTeNeH HEBPOH G Hayano OT MO3bYeH CTBON MMM KpaiHuumTe. KaTo aGconioTHa 4ecToTa M ¢ Manka pasnuka B Gpos
Cry4aM HaW-4ecTo 3aMo4Ba OT FOPHU KPaKHHWLM, CNEABaHO OT 40NHM M Hal-PALKO OT MO3bHHUA CTBON. [JOKOKOTO KOPTHKO-CUNAHNHMA NbT € eAWHEH, Pa3AenaHeTo Ha HaqanoTo oT
HAKOW OT TPUTE eTaxa e MO-CKOPO 3a KIMHMHYHO ynecHeHne. MMbpBM CUMNTOM € Hal-4ecTo MYCKynHa craGocT, MPorpecuATa e HeMHHyeMa, NPogbIKUTeNnHocTTa 3a 85% oT
GonHnTe e 3-5 roguHn. Mseectiu ca dakropm onpegenawy GasHa u Gbpsa nporpecus Ha 3aBonABaHeTo, KaTo NpM Bceku GoreH Te ca B komGuHaLMA U pagko ce HaGnogasaT
uznupaHo. Ha nocneghms koHrpec no AJIC (ECNCALS) mai 2012r, Jb6nuH, 6axa cboBLIeHN HANUYHKU 40 MOMEHTa MyTaLyn B 25 pasrMyHu reHK Bogelly 40 knuHuka Ha AJ1IC — 19
npu GaMUnHU U 6 NpU CROPAAUYHU cryyan. HuckaTa 4ecToTa Ha 3aG0OMNABAHETO B CBETOBEH MalLad u 0coBeHO HAa HAaCcneACTBEHUTE hOPMU He AaBa 33 Cera Bb3MOXHOCT 33
ochopMAHEe Ha KMHUKO-TeHeTUYHKM Kopenauuu. B xod e npoLiec Ha HAaTPYNBaHe Ha AaHHW Ypes uacnegeaHe Ha JHK npobu ot AJIC GonHu, B koeTo oTHowweHue B EBpona paGotart
ABa KoHcopLyyMa. Hsakoi cTpanm kaTo BenukoGpuTanus, Benrusa uzrpaxgat coGcteenn JHK GaHku Ha GonHute ¢ ANC.

KMUHUYEH KOHTUHIEHT

CueToun ce oT GonHu ¢ gokasaHa knmHnyHa, EMI gnarvosa AJIC. MpouecsT Ha cbBupaHe Ha gavxmn 3a AJIC GonHu B HeBporornyHaTa kiuHuka npu YMB AN “Anekcangposcka”
fatupa o7 Hag 20 roguHM, KaTo KIMHMKATA MoA4bpXKa CoGCTBeH eeKTpoHeH perucTbp 3a GONMHWTE, B KOWTO 33 MOMEHTa CbXpaHaBa gaHHuTe Ha 500 Gonuu. Bceku
XOCMUTANU3UPaH NALMEHT MOAMNEKM Ha KMUHUYHO, GUOXMMHUYHO M MHCTPYMEHTArHO U3CneBaHe BKMIOUBALLO: KPbBHA KapTuHa, Guoxumua, GO, EHI u urnena EMI oT none
fBa eTaxa Ha HC, BKN. KIMHWYHO ACMMMOTMHW MyCKYIM, HeBpoM30Gpas3fBalle W3CMegBaHe 33 OTXBLPNSAHEe Ha ApYra NMPUYMHA [JaABalla CXOAHA KIMHUYHA KapTuHa. B
nocnegHute 5 roguHu Ha JHK aHanma (cnef NUCMeHO MHCHOPMMPaHO ChIMacKe) 3a MyTaLMU B PA3MUHHU TOHM CE U3CMeBaT BCUHKM GOMHK C HaYano Ha 3aGongBaHeTo npegn
60 roguiHa Bb3pacT.

PE3YNTATU
KnuH14HO theHOTMIHO cropaguyHUTe hOPMM Ca HEPA3NUHUMM OT (haMUITHUTE M Te3W C YCTAHOBEH reHeTUHeH AechekT. Mpu HAKOW hopMU MoXe Aa UMa KITMHWYHN 0COGEHOCTH
B PaMKMTE Ha FeHEeTHUHHO-KITMHUHHM Kopenaumi. MonyyeHnTe AaHHKM ca npecTaBely B TabnuuaTa.

n Bpow 3acernatn H n
Ne pousxon — SomHA — Havano avanHa Bb3pacT — | MpexuBaemMocT —
palfoH — dopma MyTtauuna XODW3OHTAIHO 1 cpegHa npu > oT 1 | cpeaHa npu > o1 1 ETHoc
MOPEA| rhageH rpaa P oT eTak 3acerHat 3acerHa
BEPTUKaNHo
sormani - avaua | 0o
SOD1ex4 - i
1 MeTpuy damuneH GpaTa + Tpu cuHa, gBe Kp2VHULK IpU | 45 FOANHM CPEAHO 32 | 1 FOAMHa CPOAHO 33 Bvnrapcku
Leu108Val BCHUYKN BCHuKM 3abonenu BCUukM 3aGoennu
ABLLEPU W 8AWH BHYK saGonenm
Ha eguHA
Honkm 4-5 roguHn cpegHo
SOD1ex5 BepTukanHo — cuH, KpaiHULM npu | 55 roguHKM cpegHo 3a A PeA
2 Kanocbep DdamuneH 33 BCUHKN Bvnrapcku
Leu144Fhe Gawa, gaq0 BCUYKN BCHYKM 3a6onenu
saGonenn
saGonenn
SOD1ex2 XopmzoHTarnHo — 6pat Aortm 1,2 roauHa meceua
3 Crapa 3aropa DdamuneH Lou3gVal W cecTpa KpalHULM 1 39 u 41 rogunmn cpegHo 3a Bcudku | Bwnrapcku
eustva P GTBOI sabonenn
_ Oonuun
4 BepkoBuLa damuneH C90rf72G4C2 exp BepTMKaJ‘IHOV Aviiepa KpalHULM 1 30 rogunu 1 60 G roguim u 2.5 Bvnrapckm
W Mailka TOAMHU TOAUHM
cTBON
XOpUIOHTANHO U 1 roauHa u 4-5
5 Manaropuwe damuneH C9orf72G4C2 exp BepPTUKAITHO - ABaMa [03:1)] 42 n 63 roguHm 'rcl‘) o Bvnrapcku
GpaTa u Gawa A
Mk u nena no Creon u 1roguHan 2,5
[} BaHka damuneH C90rf72G4C2 exp Oonuu 52 u 54 rogunimn A ! Bvnrapcku
GallnHa nuHus o ToAUHN
KpaHULM
SOD1ex5 TopHu
7 BoGosgon CrnopagnieH Cys148STOP / C146X Mbx KpaiiHILY 35,5 rogunn 1,2 roguum Bovnrapckn
AonHun
8 SAmGon CnopagunyeH C90rf72G4C2 exp Mena o 49,7 roguHun 2.6 roguHu Bvnrapcku
KpaiHULM
MonuMo pchusbM 33 Fophu
9 Codpusn Cropagnien d10842 Kena KpaiiHLY 38,5 5,2 roguHu Pomcin
CECHXKOAHE
I'Ie,qc'raseﬂwre AaHHK 3a gocTa paSHOOGPESHM KaTo M3pas Ha KTMHWYHA XeTeporeHHoCT 3acAarawa paﬁlou Ha Ha4ano, Ha4anHa BbL3pPacT U Np T. 3a HAKOW WCTBa

© XapaKTe pHO Hauano oT efWH W CbLL, paitoH (1, 2, 5) 33 Bcuuku 3aBonanenu W eqHaKkBaTa NpexuBAeMocT (1, 2, 3). 3a Apyri Ha4anoTo & OT paznUyHU paiionu (3,4,6). 3a apyru
TO3U NoKa3aTen Bapupa 3a oTgernHuTe 3a6onenu ¢ HAKOIIKO roguim (4,5). Mpu cemeiicTea 1 MaiikaTa Ha Haln-mMnagua sabonan e Ge3 KIMHWYHK NPOABK Ha 3a00NABAHETO, KAKTO
W MaiikaTa Ha 3abonenus oT ceMeicTBO B, BNPeEKH, Ye HeiflHaTa cecTpa e WMana 3abonABaHeTo. CemeicTea 1 M 4 ca ¢ M3paseHa aHTULMNALMA: Npu 1 B MbPBOTO MOKONEeHWe
3abonenuTe MMaT Ha-BMCOKA CPeJHa Bb3PacT, CLLATA HAMaNsABa BLB BTOPOTO M B TPETOTO MOKOMSHWe 3aG0NABaHeTo ce pa3BuBa B 21 roguLLHa Bb3PacT NpyU eJMHCTBEH 33
cera GoneH. MNpu 4 Nbpeo ce pa3tonsAea AbLLEepATa U HAKOMKO roAUHM cneg haTanHuA usxog 3abGonABaHeTo paseuBa U MaikaTa.B KIMHMYHATa KapTUHA NpW HAKOW OT GonHUTE
oT cemeiicTea 4, 3, 6 ce HabBnogasat v Genean 3a FTD (ppoHTO-TeMNopanHa 4eMeHUMA), YeCTo CpeLLaHa NPy onucaHaTa MyTauma,

3AKNMIOYEHUE

Ba momenTa B Berrapus He ChlecTBYBa efuHHa cuctema 3a perucTpauma Ha AJIC Gonnute. MogabpkaHeTo Ha pPerncTbp NOANOMara 3HAYNTENHO AUAarHOCTULMPaHETo Ha
reHeTuuTHUTE dhopmu Ha AJIC. B nocnegruTte 5 roguHn cpefHo B KMMHUKaTa ce guarHocTuumpat no 2 Gonuu Ha mecel,. MpeaBapuTenHM N3UNCNeHNA NpegnonaraT Bb3MOXHa
no-BUCOKa 3a60NeBaeMocCT 0T CpeAHaTa 3a CBeTa.
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

MyTaumm Ha reHa 3a nopgoburnmHoreH aeammHasa nNpu 6bArapcku
NAUMEHTU C OCTPa UHTEPMUTUPALLA NOPPUPUS

C. OparHeea, M. Haronos, A, MeaHoea, J1. Marteea
Knunuka no ractpoenteponorus, YMBAT .Ce. Vs Puncku”, Cogpus

BbBEEHWE L )i
» OcTpata UHTepmmuTUpawia nopgpupus (ONUTT) e BspoaeHo 3abonssaHe, KoeTo ce |

npeiaea asTO30MHO-JOMUHOHTHO

N
> MeTabonutHmMaT 6noK ce o06ycnaes OT MOHMXKEHATA GKTUBHOCT HG  eH3Uma \ 1
nopgpobunuHoreH geammHaza (T16r[)

» prp,Hocrme HA BUOXUMMYHATA AMArHO3a MOraT Aa 6baar LT ]

NpeofonsHU € BbBEXAGHE HA MOSEKyapHo 6uonorudeH

MeTOJ 30 AOKA3BOHE HO MYTALMUTE B MeHA HA nopcponmMHoreH I MMMAA
~!,l JW“I

AeammHasata L4 '

LUEn

»OTKpUBAHE HG MYTALMM B reHa 306 MOPPOOBUSIMHOMEH AeAMUHA3A MpU  6BArapcku
NAUMEHTU C OCTPG MHTEPMUTUPALLG NOPPUPUS

MATEPMAN ¥ METOAN .
> BrnrouyeHu ca 6 naumeHTa ¢ AMArHoCTULMPAHA Ha 15 31 I 3 N E 55
6a3aTa HA CTAHAGPTHM KpuTepun OMTT u 1 nnue sapasa Ubiguitous mRANA

KoHTpona Bont
» K-7, Ha cpeaHa Bb3pacT 38,3r.
» Mzonupa ce reHomHa []HK oT nepugepHa kpbe

>CeKBeHUpaxa ce ek3oHUTe Ha reHa 3a T16r[

LI EE ] - [waH
PE3YHTATM : Erythroid mRNA
»YcTaHOBUXA ce TOouKoBa MyTauma B eKsoH 1 nosvuma 65 oT Ha4yanoTo Ha eK3oHa -

HykneoTugaHa samaHa C > T npu naumeHtn No 2, No 3 m No b, koato nonoga &
HETPaHCIpYem YYac TbK

»>TTpu naumenTn No2, No3 1 Nob ce Habntrogasa Toukosa mytaums & > T Ha nosumums
108 ot HauanoTo Ha ekzoH 10 ¢ gopmmpaHe Ha HOH-CEHC MYTauMa - ABATA KOAOHG ca
CUHOHUMHM, T.e. KOAUPAT efHG U CLUA GMUHOKUCENUHA - BANMUH/

»>YCcTaHOBK ce 3amsgHA Ha aMMHOoKUcenUHa G >A B MHTpoH 3-4 npu nauveHTu No2, No3
M Nob Ha nosmuma 313 cnpamo HaYaNoTo HG UHTPOHA

»B uHTpoH 7-8 HenocpeacteeHo /2 6asm/ npeamn HavanoTto Ha eksoH 8 ce Habnloaasa
HyKSfleoTUaHa 3amgaHa A > C npu naumeHT No 2,

»B mnHTpon 10-11 19 6asm npeau HauanoTo Ha eksoH 11 ce Habnroaaea TouKoBA MyTALIMSA
C > A npu naumerT Nod 1 Nob

3AKINHOYEHWE

CMUCBNBT HA TOUKOBUTE MYTALIMU B UHTPOHUTE He moxe aa 6bae obsacHeH
Ha TO3X eTan, Bb3MOXHO € Te Ad ¢a HOPMASIHA reHeTWMuHa BapuabunHocT
WM AQ YYACTBAT BBB (POPMUPAHETO HA HOBU MeCTa 3d CMAAUCUHT, KoeTo
obycnsea Nosea Ha HOB 6eNTbK.

-104 -



TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

XEPEIHUTAPHA XEMOPAI'HYHA TEAEAHTHEKTA3HASA .
(OSLER - WEBER - RENDU CHHAPOM) - OITHCAHHE HA CAY9AH

H. Hob6pydmancika, B. Cmosnoas, H. Canyndxuea”,
A. Koncmanmunosea, M. Xaumepusnn, A. Anzenoea

Kamedpa no demcxu 6onecmu u meduyuncka 2enemuxa - MY Bapna

*Kamedpa no nespoxupypzust u YHI’ 6onecmu MY - Bapna

XepemuTapHa XeMOparHYHA TeA€aHTHEKTasMs MpPeACTABAIBA PAAKO ABTO3CMHO AOMMHAHTHO YHacAeAdBaIllo ce
reHeTHYHO 3aboasBaHe, KOETO 3acAra CHICBETE B LAAOTO TAAC H Ce H3ABABA CEC CKOAGHHOCT KBM KEpBeHe. YecToTara,
€ KOATO Ce cpellia € mpubausuTeaHo 1 Ha 5000 aymu. ToBa 3aefHO ¢ pasHooGpa3HATA KAWHHYHA KApTHHA IIPABH

3af 0AIBAHETO TPYAHO 38 AUATHOCTHLIMPAHE.

IIpedcmasame cayuail HA CeMelicer ¢ UCTOPUA 30 eNUCIMAKCUC 8 MPU NopedHut
nokonerus, Cned Jorxaszsane Ha A-B dhucmyau t nPeKapan UCXeMUer WHCYM H
30 200 om maiikama Ha npoGanda, cneyuanucm YHI uskasea cbmHerue 3a

curidpoma Ha Qenep- BeGep —Pendy.,

o H o

/

Ilo nosox ocTpo 3aboagBaHe, MOMYE HA 7Tof. e xocnuTasusupaso B [ 0O #a MCIK npu YBAA ,Ce. Mapura”. KAMHHYHO ce OTKPHBAT aKpOLHAAHO34,
HapabanHn IPBCTH, HOKTH THI HACOBHIKOBO CTHKAO, TEACAHTNEKTAS AN Ha KOHIOKTHBAAHNTE ChA0BE, AHAMHECTAMHA AAHHN 34 efncTaKcnc. B3 ocHosa Ha
A4B0PATO PHUTE H3CAEABAHUS CE OTXBBPAS BBSIAANTEAHNS XaPAKTED HA PEHTTEHOBUTE [IPOMEHH, ['EPBOHATAAHO CMITAHH 38 IIHEBMOHIIHN. [Ipu Maiikara
Ha JETETO Ca JOKA3AHN 1 ACKYBaH! 6eaoapobnn A-B MaadopMAITIH ChC SHAYUM AICHO-AAS IITBHT, HAANIIE Ca TEACAHTHEKTABNI IO AULIETO U €3HKa, feaesn 3a
XPOHHHYHA XUIOKCEMHS, CNHACTAKCHC, IOAMIN Ha AeGEA0To HMepBo, xeaasonerImTHA aHEMHS N OpeKapaH MCXeMH¥eH MHCYAT Ha 30roa. BB3pact.
CBMHEHNETO 33 PeHeTUTHO 3a60AaBaHE ¥ MANKATA 1 HAXOAKATA IIPU JETETO HAAATAT I pOBeXKAaHe Ha 06pasuu uscaeqpanna. B CBAACC3 | Cr. Ekarepuna”
Codns e nposenena KT ¢ korrpacr, nokassawa 6esoapoban A-B maadopmaiinm, Bogenm A0 eKCTPARAPANaseH AACHO-ASB UTHHT U NpH aetero. [Ipencron
eTanHo IpoBexkaaHe Ha aezenne. MexayspemenHo gereTto e xocnurasnsupano B III JO ma MCAK npu YBAA , Ce. Mapuna” nopanu KbpBeHe OT

TACTPONHTECTUHAAHNA TPAKT.

KAHHHYHA KaPTHHA

KAMHMYIHATA KAPTHHA [OPH 3800AABAHETO Ce ONPefeAs OT AOKAAMSALMATA Ha
TeACHAHTUEKTAZUUTEe U/HUAH APTEPHO-BEHOBHHUTE Mas@opMallHu.
XapaxTepnsupa ce ¢ BApHabHAHA EKCIPECHBHOCT H HEITBAHA IEHETDAHTHOCT.
Hafi-qecr B xXapakrepeH caMmToM ocrasa B 95% oT 3acermarore
permanBUpaIMs ennerakenc. C pasandHa TEXECT H MeCTOTa OGMKHOBEHHO ce
NPOSIBABA OKOAO 12 roaninHa Bb3pact. PEAKO KEPBSAIH, HO 1eCTO HABAIOAABAHN
Ca U TEACAHTHEKTASHUTE 10 KOXKATA HA DBIETe, AHIETO u ycrara (95% ot
sacernarure). [lo-psaxKo, HO I0-OHACHH C4 OPOKBPBABAHUATA OT
TACTPOMHTECTUHAAHNA TParT (25%). Ho 50% or s3acermaTure Crpagar oT
Beaoapobun A-B masdopmamy, Dpeapasnosaramy KbM PAHHNA XEMOPATHIHA
AW HCXEMHYHN HHCYATH. MospunnTe A-B masdopmarinnm ca no-peagn (5-20%),
HO CBIIO YKHUBOTO 3acrpaumrasanm. Cpemar ce u NPOMEHH B HepHHS Apob n
rpe0MaYHNS MOZBK, HO Te¢ IO-TPYAHO GMBAT AMATHOCTULMPAHN NOPAAM IO-
pHL[KOTO CH K’prEHE U1 KOMITAMKAITAU.

Aeyenne

KAunHvIHA AHATHO3A

Junaraozara XepeAuTapHa XeMOPATHYHA TEACAHTHEKTASHNS CE HMOCTABS  KATO:
CHUTYPHA, AKO TPH HAH IOBEYE CHMIITOMA CA HAANYHH, BEPOATHA - TP HAANTHI
ABA, MAAKO BEPOATHA- [TPH HAANMHE CAMO HA ¢IIH OT CACTHHTE:

1) enncTAaKCHC- CIOHTAHEH HAN PEITUANEU PAILT

2} TeACAHTHEKTAINL

3} BUCIIEPAAHH APTEPUO-BEHO3HU MaAOPMAIIIH

4} thaMraHA NCTOPHT

MoaekyanpHa ZIHATHOCTHREA

AokycHaTa 1M aASAHA XETEPOTCHHOCT 3aTPYOHABAT Nposexgadero Ha JHK
AHAAN3 U TOTBBPIKAABAHE Ha JHMATHO34Ta Ha MOACKYASI DHO HuB0. MyTanuu B 4sa
rena HHT1u HHT2, pasnosoxenn cpoTBeTHO B 9 11 12 XpOMO30MA CE ACOITUH PAT
cbe 3a00AsBAHETO, HO CHINECTEYBAT 1 Ap, BCE OLIE HEOTKPUTH reHn. Myranu 5
SMAD4 rena npuansaABAT ChHAPOM KoMOnHmpam XXT 1 OBEHHAHA IOAHMIIO3A.
Jo cera ner, mecr ca NO3HATUTATE TeHM, HO Te ca paskputTH B exsa 400
ceMelicTsa. TerrspBa IpeacTon PA3KPHUBAHETO HA MHOTO JDYTH.

OCHOBEH TOAXOA, € IPOBEKAHETO HA CKPUHIHT B 34CETHATHTE ceMelicTBa. SIMP- 3a Mo3buHn A-B MasdopMaliig, B paHHOTO JETCBO- OKCUMETPUH, Ipes mybepurera-
KOHTPACTHA eXoKapanorpadmsa, anTnbuoTndHa IpohuAaKTIKA 11/ 1A eMBOAN3AIIS NIPH CHOTBETHUTE NMOKA3aHUA. KOHTPOANPAHY BPEMEHHOCTH (CKAOHHOCT K'bM

YCAOXKHEHHU ).

ABTO30MHO AOMUHAHTHHSA XOZ Ha 3a060ASBAHETO, HAAATA OCBEH NPOBEIKIAHETO HA 00PA3HM M3CACABAHNS M MEOUKO-TEHETHYHA KOHCYATAITHS 3a NOSCHABaHE Ha

CBOTEETHUATE PUCKOBE [1PH BCUYKH 3aCETHATH POAHUHHA M TAXHOTO IIOKOAEHHE.
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AnarHocTuyHM ¥ TepaneBTUYHKU Npean3BUKaTeNcTBa NPU MHTpPaBacKynapeH
audpyseH B-egpokneTsyeH HexoaxkuHoB nuMd¢om

FopaHoBa - MapuHoBa B, AumuTtpoBa M, Npbknavos B, MNopaHoB CT
KnuHuKa no KNMHUYHA XemMaTonorus
YMBAI «Cg..l'eopruy», MY-Tnoeause

Bneedenue: VIHTpaBacKkynapHUAT gudyseH B—eapokneTbyeH HexogxkmHoB numdom (IVLBCL) e uskniountenHo pagko
3nokavyecTBeHo 3a6onsBaHe - 1/1 000 000, kaTo 3acara Haii-yecTo Bb3pacTTa 60-70r. [pejcTaBnsaBa ManurHeHa
nponucepayua Ha KnoHanHW B — numcounTh B ManKkUTE KPLBOHOCHU CbAOBE, NPEAUMHO KanunapHaTa Mpexa, 6e3 aHraxupaHe
Ha nuMdpHUTE BB3NN. OnncaHm ca gBe KNMUHUYHW dopMn — 3anadHa (knacuyecka), ¢ u3paseHa GMonNornyHa akTUBHOCT, KOXNHU U
HEeBPONOrUYHU NPOABU U U3mMoyHa hopMa, NPU KOATO ce A06aBAT XenaTocnneHoMeranus u xemodaroLuuTeH CUHAPOM.
3abonABaHeTo e arpecuBHO, C HE3aA0BOMUTENHO TepaneBTUYHO MNOBMMSABaHe, HeGnaronpuaTHa NporHo3a W MejuaHa Ha
npexusBaemMocT okono 15 mec.

[TpedcmassaHe Ha cry4air.

1. Je6iomuu cumnmomu, uscnedeaHun, mepanesmuyru onumu ( cedmuya 1-4) - cy6ebpunta TemnepaTtypa — 37.4 —
37.6 -C, npegumHo B criegobegHuTe YacoBe, Npodpy3HU U3NOTABAHUA, apTpanrun, MUanrum, epuTeMHn Makynm no meguanHata
cTpaHa Ha gBeTe 6egpa. O6eKTNBHO — XenaTomerannsa Ha 2-3cm. HeBponoruyeH ctatyc — B Hopma OT nabopatoHute
nacnegsaHua Hb115g/l, CYE 80mm/h, CRP — 70.14mg/L ( N go 10mg/l) LDH-1446 U/l (N go 450U/l) . C skntouBaHeTo Ha TKC
0.5mg/kg GonHaTa cTaBa TpalHo adpebpunHa, 6e3 apTpanruv U MUanrMy, NeTHaTa o KoXarta NoYTH HanbiHo u34essart. Mpu
cTbnanosugHa peaykuua Ha MKC Ha gosa 20mg/d cnegpa penanc Ha cumnToMaTukaTta, 4oGaBAT ce MyCKyJHU xunoTpodun B
oGnactta Ha m.Deltoideus sin, B MeguanHnTe 30HWM Ha gAcHa MULLHMLA M AAcHa noaGeapuvua, napecTesnuu no natepandara
NoBbPXHOCT Ha ABeTe Gegpa, cnaGocT B NpoKcMManHaTa MycKynaTypa Ha ABaTa Kpaka 1 oTouy Ha ABeTe noabeapuun.

| B . v . ;

A i S oL - - L
1l Cnyvasm ce 3annuma ( ceOmuua 4-8) - HOBU epUTEMHN MaKyrnun; MycKynHa xunoTpodums B o6nactta Ha m.Deltoideus sin,
MeAMuanHuTe 4acTu Ha AAcHa NpejMULLHNLA U ASicHa noAGeApuua; Bb3naneHne Ha KONEHHW, NakbTHU U FPUBHEHU CTaBM,
NpoKcMMariHa MyckynHa cnaGocT 3a ABaTta Kpaka; dusukanHu u KT gaHHU 32 ManbK ABYCTPaHEH NNeBpaneH usnus,
XenaToMeranus n rekocTeneHHa cnneHoMeranus; MoHoHeBponaTtus Ha n.Cutaneus femoris lateralis ABycTpaHHo noseue B
AsicHo. B naGopaTtopHuTe n3ncegBaHus ce nodsaT 4aHHN 3a YepHoApobHa gucdyHukumsa: ASAT — 92 U/, ALAT -102U/1, obuy
Bentbk — 46 g/l , anbymuH — 24 g/l, cepymHa xonuHecTtepasa-1750 U/l, dpnbpuHoreH 5.96 g/l, MTB — 58%, ypuHa — 6enTbk /+/,
KeTOoHOBU Tena /+/ buoncua Ha koxa “ MNepuackynapeH gepmatut’. EMIT gaHHM 32 Neku MUOreHHN MPOMEHMN B NPOKCUMATHUTE
MYCKYJIM Ha YeTUpuTe KpailHuKa, 6e3 gaHHW 3a AeHepBauUs U NpegHOKOPeHYeBM yBpean no L4, L5, S1
1ll Pazspb3ka — okoH4YamenHa duaziosa ( cedmuya 9-12) . KoxxHo —myckynHa 6uoncua oT m.Deltoideus sin. ,B
KpbBOHOCHUTE CbAOBE A4bNOOKO B AepmaTa ce OTKpMBa UHTpaBacKynapeH Hexo4knHoB numdiom CD20/ +/. PeBuans B pedeHTHa
naGoparopus:, MaTepuan oT Koxa 1 nogkoxue . B mankute cbaoBe Ha nognexaliata MacTHa ThKaH ce BU3yanusupar rpynu ot
cpeAHMN No pasmep NUMGOUAHM KNETKN C BE3UKYNApHU A4pa 3a CMeTKa Ha MNaj XpoMaTUHOB CTPOEX U e4HA A0 HAKOSKO
HYKNEeOoNN U OTHOCUTENHO ockbAHa LmTonnasma. — CD 20 /+/, Bel-2/+/, MUM1/+/ , Ki-87 — Bucok nponucepaTnseH UHAEKC
>90% B UHTpaBas3anHUTe aTUNUYHN NuMdonaHN kneTkn . MopdonornyHute 1 UMyHOXUCTOXUMUYHWATE JaHHU CBLOTBETCTBAT Ha
WHTpaBasaneH ejpokneTbyeH B-knetsueH numdpom. JonbnHUTeNHUTe peBu3umn B naGopaTopun B Yyk6UHa NOTBBLPXAABAT
AvarHosaTa u getainuamapt CD5+ noauTusHocT.
O6cnxOare.lpeCTaBEHUAT OT Hac cNyyail UMa XapKTepUCTUKaTa Ha
Kknacuyecka dpopma: uspaseHa GUNOrMYHa akKTUBHOCT, KOXHU Ne3uu,
MYCKynHa xunotpodus, nepudpepHo HepBHW cumnTomu. Hanuue ca
Hali-xa paKkTepHuTe NabopaTopHU OTKMOHEHUS - MOBULIEHW HUBA Ha
LDH, CRP, Fg n CYE. Pa3BuTueTo Ha AUarHoCTUYHOTO TbpceHe e no
anropupbMa Ha yTO4YHSABaHe Ha HEACHO heOpUHO CLCTOSHWE —
nocneoBaTeNIHO 0TXBBPIIAHE Ha GEeMNcueG, NapasnTosa, pagka uHdekuma, 0 2 B 72 s
AEPAMTOMMO3ZNT, NONIUMMO3NT, CUCTEMHO 3aBonsABaHe Ha ChegMHUTerNHaTa Tima Afeer Diagnosis {months)
TbKaH, CoNnAHa Heonnasusa, amunongosa. lnarHosata e pelleHa 4ypes
Guoncua Ha koxa, NogKoxne, Myckynatypa ot m. Deltoideus. MpenopbkaTta Ha MexayHapoAHNS KOHCECYC € UMEHHO
AWNArHOCTUYHO YTOYHABAHE YPE3 KOKHM GUONCHM, KaKTO OT 3acerHaTti, Taka W oT HernpoMeHeHu 3oHn. OnucanuTe Ha AMP
MCXEMWYHM Ne3n B BAN0TO MO3bYHO BELLECTBO M hyHKLMOHaNHUTe YepHoapoGHu npoGu nognexat Ha npocnejssaHe cneg
neyeHve. AnTepHaTuBa Ha YepHogpobHaTa Guoncua npegnara gnarHoctrkaTa Ypes FDG PET ckeHep. NleyeGeH anroputbm 3a
IVDLBCL He e n3paboTeH. B noBeyeTo cnyyam, ce pasynta Ha aHTpauuKnuH - 6asupann pexumn (CHOP)+/- nHTpaTekanHa
npochunakTuka. Mma gaHHu , 4e go6assHeTo Ha Rituximab nogo6psBsa nporHosaTa Ha GonHuTe.
3akmoverue: Bonpekn go6pe aeUHUPAHOTO MACTO B KNACUUKALMOHHNTE GXeMW, HETUMWYHATA KIMHUKA, «vncaTa Ha
cy6eTpaTy» 3a numdonponudepaTuseH NpoLec,TpyAHaTa XUCTONATONOIMYHA OLEHKA ca NpuYMHaTa 3a KbCHO MocTaBsiHe
Ha gnarHosaTa. Jluncea eguHHa TepaneBTUYHA cTpaTerus. PexumbT Ha nsbop e CHOP kato go6assaHeTo Ha Rituximab Bogn go
N3BECTHO Noj06peHNe Ha NpeXuBsAeMocTTa.

00 Pecor

7%
R-Chemotherapy (n = 48)

50

2 Chemotherapy (n = 53)

Progression-Free
Survival Rate (%)
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TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

OcTpa numdobnactHa ®Punagendusa nonoxurtenHa (Ph+)
JNieBKEMUSA NPU Bb3PaCTHU — NPOMEHeHaTa NnporHo3sa.
OnucaHue Ha cny4yan v npernea Ha nuTeparypara.

fl. Freopeues, B. F'opaHosa-MapuHoea, B. 'pbrnaHoe, E. Cnacos, Cm. TopaHoe
KnuHuka no knuHuy4Ha xemamornoeus, YMBAJI ,,Ce Neopau”llnoedue, MY - [Tnoedue

BbeedeHrue: OcTtpaTta numcobnactHa Ph+ neeskemMna (ALL) npv Bb3pacTHU e paaKka ManurHeHa xemMonaTus.
AuarHoctuynpa ce B okorio 25% OT crydauTe ¢ XxapakTepHaTa TpaHcnokaums 1(9;22) (q34;q11). Ekcnpecupa ce
npegnmHo m-BCR-ABL oHkonpoTeuHa u B okorio 30% M-BCR-ABL. MauneHtuTe ¢ ALL Ph(+) ca ¢ MHoro B1ucok
HeBNarornpuATEH NPOrHOCTUYEH PUCK — 40 BbBEXAAHETO HA TUPO3UHKUHA3HUTE MHXMBMTOpK (TKN) ceobogHaTta oT
neekeMuA npexueaemMocT (LFS) Ha neTaTa roguHa e nog 10%.

fpedcmassare Ha cnyvail: Kacae ce 35-roauilHa xeHa ¢ feboTHa neekouunTosa Ao 290 x109 /1, 95% 6nacti B
AKK, ¢ ,common pre B” ¢peHoTun: CD 19+, CD 45+, CD34-/+, CD7%9a +, CD24+, CD22+, CD20+. Ypes
MornekyrnspHo-reHeTuueH aHanua (RT-PCR) e yctaHoeH dysnoHHNa reH M-BCR-ABL+ (p210). Mpoeexaa
anTepHUpaLo feveHue no pexum hyper —CVAD/ MTX- AraC + Imatinib . Cnej nbpen MHAYKLUMOHEH BII0K U
HerpekbeHaT NpMemM Ha TKI e nocTUrHaTa MbhHa pemMucHs.

74 nmh ber-abl) Subatrote activated
4 - - Ey phesphorylation
o= 2 / o
8, qnax con B —_—
= b Substrate. e.g.
=1 = GRE-2, SHC
[~ — . Kinsss domain
LY ) = = Chromesom
L = Substrats cannot
§974.12 = ber-abl Enter kinase site
ABL'-* = Tumer cell
- " cannct prolferate
{ X =
} -
. © 9 22 o+ 22- Imatinib competitively binds

to site and Inhibits protein

0O6c¢nxdane: BueexgaHeTo Ha TKW | 1 Il reHepaums (Imatinib, Nilotinib, Dasatinib) noao6pu 6esnpeueieHTHO
nporHosaTa 1 NpeXnBAeMOoCTTa Ha NaLUeHTUTe ¢ XpoHn4Ha Ph+ Muenoneekemus, kaTo A NpeBbpHa B XPOHWUYHO
KOHTporupyemo sabonssaHe. Mogo6HU ca gaHHMTe W npu ALL Ph +: no gaHHu Ha M.D. Anderson Cancer Center
npu 6onHu, nekyeaHu ¢ Hyper-CVAD u Imatinib npexuBsemoctTa Ha 3 e 54%. KaTo C anoreHHaTa
CTBOIMOBOKIETbYHA TPAHCINAHTALMA TA AOMbIHUTENHO HapacTsa Ao 90%. — w-

ColyecTBeH NpobrieM ocTasa nossata Ha AONBIHWTENHW MyTaLuMm 1 rno-
crieypanyo mytauma- T3151, pesucTeHTHU Jopu HA TKW oT BTOpa
reHepaupms. ToBa Hanara TbpceHe Ha CbBMECTVUM JOHOP MpW MauueHTuTe
c ALL Ph + BegHara cnep nocturaHe Ha nbpHa pemMucus. 3a cbxarneHue
no-manko ot 50% oT TAX ca NoAXoA4ALM 3a TpaHcnaHTayusa. fllevyeHueTo
¢ Hyper-CVAD n TKW 1 nocreasaloto nogbpxallo neverHne ¢ TKN ca L T Y
fobpa anTepHaTuea. B xo[ ca KMUHWYHW MpoyYBaHUA € HOBU MeAUKaMeHTH,
kato TKW oT IlI™@ reHepauma — Ponatinib.

™
—_ /AD+ Imatinie 20
"1t Hyper-CVAD r

o
&

n Probability
e
3

°
4

Remission Duratios

JaknroyeHue: Bonpeky nogobpeHaTa nporHosa Ha 6onHuTe ¢ ALL Ph+, Te ocTaBaT HebnaronpuATHa pUCKO
rpyna. M kbM MOMEHTa OCHOBHa Mpernopbka 3a SieYeHVeTo UM € Haco4BaHe KbM KIUMHWYHU Npoy-Ba
Jeua 1 Mrnagu Bb3pacTHU Haii-go6pu pesynTaTi ce cbobLyaBaT OT fieveHre ¢ NonuxuMuoTepanus
KoHConuAavpaHe Ha peMUCUATa ¢ anoreHHa CToNoBOKMeTbYHa TpaHCnnaHTauus:

Eubrmorpacims:
1. Thomas DA, Faderl S, Kantarjian H, et al. Treatment of Philadelphia chromosome—positive acute lymphocytic le ukemia with hyper-CVAD and imatinil
Ravandi F, ©'Brien'S, H Kantarjian H, et al. First report of phase 2 stucly of dasatinib with hyper-CVAD for the frontline treatment of patients wi
gblastic lsukemia. Blood 2010; 116:2070-2C77.

of Philadelphia-positive acute lymphoblastic leucaemia. H logica 2010;95(1):8-12.
aiti \, et al. on behalf of the: GIMEMAAute Leukermia Working Party . Dasatinib as first-line

-107 -



CBOPHMUK C MPE3EHTALIUM U MOCTEPU

MuenonaeH capkoM Ha rnaeara Ha naHkpeaca
- MpeAcTaBsiHe Ha cry4ain u nuTepaty peH o63op

I-p B. MNpbknaHoB, A-p B. NopaHoBa ,
AO-p M. AumuTtposa , A-p.K. CotupeBa, [A-p M. Neoprues
O-p E. Cnacoe, A-p K. CanyHapoea , Mpod. A-p C. MlopaHoB

KnnHuka no knuHM4Ha xemaronorusi, MeaumuuHckn YameepcuteT Mnoeaue |,
YMBAN “ Ce.lNeoprn ”.

Bueenenue: Muenonarust capkom (MC) , TepMMHONOrM-HO M3BECTEH OLLE KaTo eKcTpaMeynapHa ocTpa MUenowaHa NeBkeMUs, rpaHynoLuTeH
CapPKOM UMK XNOPOM € eKCTpameAyrnapHa TYMOpHa Maca, CbCTOSALA Ce OT He3penn MUenonaHn KneTkn. MsonupaH mnernounjeH capkoM Ha
rMaeaTa Ha NaHKpeaca ce cpelya UKMIYUTENHO PAAKD, No NUTepaTypHU AaHHW ca onucaHW camo 7 crydan B ceeTa . [loknajsame muenougeH
CapPKOM HA rMAaBATa HA NaHKPEAaca Npu NALMEHT 6e3 AaHHU 32 aHMAXNPAHE HA KOCTHUA MO3bK OT OCTLP UINN XPOHUYEH MUenonponndgepaTneeH
npoLiec. N

peAcTaBsiHe Ha cry4an:
Mecel|, Hoemspu 2011r.:
*MbX Ha 46 roguHu ,  onnakBaHWA oT guckomMdpopT B enuracTpanHata obnacr, rageHe, NOXbNTABAHE HA CKIIGPUTE 1 KOXATA U NOTLMHABAHE HA
ypuHaTa.
*BbrnoxumndHK nacnejsaHns: ToTaneH 6unupybun 335.9; anpekteH BunnpybuH 299; ASAT 254; ALAT 514; GGT 745; ALP 667.
*KT Ha abgomeH: [MaBaTa Ha naHkpeaca e obxsaHaTa oT hopmanna c pasmepn SOMM/70Mm C pe3kn n HepaBHW CYEPTAHWUA N C HEXOMOTE HHA
CTRYKTYPa 1 € MEKOTbKaHHA NNbTHOCT. PopMaLMaTa MHPUNTPURA CTEHNTE Ha AYyoJeHarHaTa Abra 1 MpoMWHNPa B NTyMEHa KaTo ro CTECHSBA C

*/13BbpLUEHa AWArHOCTMYHA W TepaneBTNYHa aBaoMnHanHa nanapoTomns ¢ geGenourneHa Guoncs Ha onucaHaTa hopMaLms.
PeaynTath oT XMCTONATONOMMYHO N3CNSABAHE :

*Mukpockoncko nacneasaHe: $ubposa , cped KoATO e Hanvue AncbysHa nponndepalys 0T HEONNACTUHYHN KNETKN - MUENONAEH CapKOM.
*MYHOXNCTOXUMWYHO N3CneABaHe :

MmyHodbeHoTun Myeloperoxidase (+}; CD 15 (+); CD 43(+); CD 34(-/+)- nonoxurenHu.

Ki-87 — Bucok nponngpepaTuBeH NHASKS B aTUMMYHUA MHpunTpar > 70%.

T —kneTbunn mapkepn CD 3 (-); CD 5(-); CD 7(-)- oTpuuatentu.

B-kneTbuHn mapkepu PAX-5; CD 20(-}; CD 23(-) — oTpuuaTenHu.

EMA n Cytokeratin AE1/AE3 — oTpnuaTtentn.
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Mmecel, aexemspn 2011r. nNpreT B KNMHNKAaTa 3a ANArHOCTMHHO AOYTOMHABHE 1 3anovBaHe Ha nieveHne:
*Muenorpama : bes aHraxupaHe oT ocTbp/xpoHuder MM

*LlnToreHeTnyeH aHanma: 46XY.

*MorneKkyrnsipHO -TfeHeTUYHO U3criefBaHe Ha py3UOHHU FreHU:
1(9;22)/M-BCR-ABL ) oTp. ; t (9:22) m-BCR-ABL (-) otp.;
t(8;21) AML1-ETO (-) oTp. ; inv (16) /CBFb-MYN11(-) oTp.; FLT3-ITD (-) oTp .
KK 1 6MoxnmnyHmn nokasarenu:
MKK : WBC 5.71 G/I; Hgb 144 g/I; PLT 288 G/I; OKK: St 6%; Sg 64%; Ly 26%; Mo 4%;
t.bilirubin 14.7; ASAT 26; ALAT 32; ALP 215; LDH 361 ; B2mg 1.79 mg/I.

CEA 0.98 ug/l; CA19-96.5 U/ml;

<Ot mecel, AHyapun 2012r. ago m.mait 2012r ca peanusnpanu
2 nHaykLmoHHM kypca no MXT cxema ,7+3" n nocTuHAYKLUMOHHA Tepanus 3 kypca no MXT cxema hAM.

CA72-4<0.79U/iml.

*Ha pecragupaHuaTa crned 2 1 5 Kype e ¢ JaHHN 3a 4acTudeH oTrosop- KT AaHHW 3a Hamansna HanonoBUHA ¢popMaLus B NaHKpeacal.
*KoHcynTupaH ¢ pagnonor: HenoAxoAsLY 3a nposexaaHe Ha TI'T Ha onucHaTa chopmaLms.

*[MaymeHTLT e HacoueH 3a aBToNoXHa Nepude pHa CTBOMNOBO-KNETbYHA TpaHcnnaHTayma./ auto PSCT/.

Ouckycun: MnenonaHWsa capkom Hali-4ecTo 3acAra NepuocTa, MeKUTe ThKaHW , KOCTUTe , NUMHUTE Bb3MNK 1 koxaTa. [lo MomeHTa B
nvTepaTypaTa ca onvcaHu 7 cry4Yan Ha MWeronAeH capkoM Ha rmasaTa Ha naHkpeaca v 1 crnyvad Ha MrernouAeH capkom Ha oralukaTta Ha
naHkpeaca. B tabnuuata ca npeactaBeHn CUMNTOMUTE, TEPANEBTUYHOTO NOBEAGHWNE 1 OTTOBOPA KbM NeqYeHneTo.

Tabnuua 1.
Ko nrm 1 G0 paTo pHH AANNH IPH OMMCA HHTE B ANTEPATY PATA NALMENT C W30.AMPAN MHEAOWAEH CAPKOM Ha TANKpeaca
aeTop noa/eeapact [ — AoKaANSaUNE HA MpOUECA KOCTEH MO3 b TEPATIEBTHTHO NOBEAEHHE OTFOBOD KbM JEMEHHETO
King et af WK/36 r— rnasa ua p Hop XT, Tleen orrosop
enuracTpanna Goaka nOKAAHA ALuETEpANUS
Moreau et af IK/37 r—— rnaga wa naukpeac 60% auraxupane ot OMIL HeussecTHo eussecTHo
enuracTpanna oaka,
PECIIHPATOPHU MH(pEKUHN
Marcos et of M/32 Bo.a B Aecen ropen KeagpanT rnaga ua Hop Whipple onepaTeuuo, XT Tlenen otroop
Ravandi- M/31 frE—— rnaga wa naukpeac 6% anraxupane or OMJL XT Tlenen otroop
Kashani et of enuracTpanna fonka
Ravandi- /61 enuractpanua fonia rnaBa wa namipeac 78% auraxupane ot OMIL XT Tlenen oTropop, peaanc c
Kashani et of eruTyc
Servin-Abad M/64 JKBATEHHU A, rN1aBa Ha NaHKpeac Hopmanen XT TIbfeH 0TFOBOP, EKSHTYC OT
etal JEKA ENHrACTPAIHA BoKA MO3L'IEH HHCYAT
Rong et of M/40 MEITEHHI A, TIABA HA NAHKPEAC Hopmanen Whipple onepaTtenno, XT Ilenen oTroeop
KOHCYMaUM s Ha TErao
LiXeetal /a8 cuua Sonka B.axE ropen onamia ua namipeac Hopmanen Cnaeuexctomus, Eisutyc o7 penanc 3 mecenu
KERIPaHT, NAHUNTONEHNS, IAHKPEATEKTOMUS no-KacHo
ry
Haw: caywaii M/46 JKnarennua, enuractpanna fomea, | rnaga na p Hop XT Tlapunaneu orrosop caea XT,
raaeue, BTpu caue npeacTon ACKT

3akrnioyeHue: MNoBeueTo aBTOPK cLOBLUABAT 2a A06bP TepaneBTUHeH OTIOBP oT cTaHAAPTHA MHAYKLUMoHa MXT kaTo B 3aBUCUMOCT OT
rnoanusauusTa ce npunara TerieramaTepanus W/unu onepaTneHo Nedenne. HaTpynsaHeTo Ha criyqan B Tasn pAAKa KIMHW-HA NaToONorna —
MUENOoNASH CApKoM Ha IMAaBaTa Ha NAaHKPeaca ¢ 0T 3HAYCHNE 33 N3rpakdaHeTo Ha ¢ANHHA AMArHOCTUYHA W TepaneBTUYHA cTpaTerus.
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CNYYAWN HA OETE C YHACTUYHA TPU3OMMUA HA .ElEBETA XPOMOBOMA
P. Cvoliuesa, 1. Avrenoea, M. Meopruesa, [. MNMaszoea, B. Croawes,

H. Pawesa. 1. KowcranTvHosa, M. Xawpm-l.

L J Kateapa no neamoTpys M MEAWLMHCKA FEHETHKA,

MeauumHekm YHusepewtet, BapHa, Briaropua
rasitea_grazdina®hotmail _cam denitza_lazova@abv bg

Braaaerie: OnMcaHy £a ThM BAPMAHTA HE TPAIOMIAD HO EBSTA ¥ POMOIOMA NRIH THMI0MMA = HECHEMELTUMA © HIAROTA, MOIAUUHA OBMA W
UACTAMHT TPMHDMMQ_ H1AT MORE 10 61,1]9. ,i'll}l'l'l I'[MI(!'IIIIH!] H1 K mOOT AN lJ'l,'ln]'ll'f'.!'l’() ]'](?IMD_ HHR'I'MUH{IT('I TT]M.’-!(}MHH re M.’-!p{i‘ZﬂRﬂl L a4
TUMNTOMOKOMMNEKE, KATO NROARMEHMATA B HOLUWA ENyYal ca NpeAcTaReEHY No-Aomny.

OnucaHWe Ha cnyWon: B KIMAHMKATA NOCTBIW MOMMYE HO OCEM FoluHW ot [OYMW c. Kpywapi € Texko BenTEUHO-EHEPTUAHD HENDXPAHBAHE W
noepbiuaHe. Jetero e ot BTapa NnoHosa GpemeHHocT, poneHo npea 2004 r ¢ pbor 45 om u Terno 2700 rp. Ho oeymecesHa Bb3pacT e naskasaHo
CHBMHEHIME 30 CMHAPOM Ha PyBUHWORH-TEROM W & B32TO KPR 30 UMTOTEHETUMEH QHAMMI B LUMTOTeHETWHHATA Nabopatopwa Ha YMEAR "Ca.
MapiHa”. Yetanoeaga ce xpomoimHa S0Nect - 4arTMuHa TprIomms no 3 xpomosoma; 47 . XX, +der(931(2:9){q36.q21Imat. detero e o Texna Kbm
ALNBOKG YMCTEEHA M30CTAHANOCT, aNmeHTapeH mapastm, uioctasarHe 8 HTTP, crea acsko xpoHeHs Bbpra ¢ pEka B YETATO W NOBPLLG, W3SbpLIBED
CTERBOTAMHIA ABMKEHWA & HUETE, HE CTOW M HE X04W COMOCTOATENHS, HE TOBOPK, HO BOKAMMIWMPAa HA MY IMKa,

Tlosmuera
OKOEMSIBOHE
fe ApOORRKEMME HA
TUNHOTO A0 WeCTiY
Luuten Npewinien U'a
= obnacTd Ha
Mﬂh*?guawnﬂgl g 1 KpLaTLOBATA KOET,
AFMKSITKG M ]
rnasara 40 om,
HEMTPaBMITHA !
KOHATYROLIAH —
TARHG
npUrtnecHara,
HUEKD
paamenokeHu,
nowWo
ModenipaHia
MARKM LY
ML, \ )
TTrnve nvue, aHTMMesrenoany aenton
PUINOIGMERN GHHK LENKA, MEAWMCNEN SONEH
ENWRGHT, XANERTENDRN3 LM, KBE MUITEYM

Branma a3pacT, HeaTrosapatia Ho
DEACTENTENHO M- Manaleran Hooxeno ) ru b m
Poor 87 em, Ternu 2500 1 p.

—_—

ACUMETPIAUEH [PHUEH Kot c lﬁu:w.uupéuu ;
ACIHA GRZPTYPA, AMOCTOI0 HA fibaBuTe
© KOpemHW MY CRY S,

Kamnropaeriinys,
AFTBHEHMU
83t naeHIAIM Ha
NpRETITE Hd
KpAHITE -5
MCIEEE s Wacnensatna:
ExoKl spofeHn chpiedHn Mangpapmulns, MesaynpeacbpacH Aediekt - TH GopameH aealle.
PeHTraHorpamun Ha {ATHA M ATTOHW OCTEQROPATMUHA KOCTHIA CTRYKTYPY, ABYCTPAHHMY
NeerA0RnAmnnIA, KocTHa s3pact no Gredlich-Pyle: kopnanku KocTi oTroRapaT
Ha 1 F Wb oM, METAKAPNAFHA M PAnaHIi - 3 F 1 & M. Kapuotur (20046):
47, XK, +der(3)1(2:9)(q30, g2 1 )mat. BAMATHWUAT LMTOTEHETIHEH HANA3
YETAHABW [T MOARKETA AT Hil MOAKGTA W CECTPOTD Mo NpefaHaa
Ganadcmpana Tpascaokauvs; 46, XX HZ:3)(g306,921.3). AnTurnvannnesy 1ok
102 IU/ml, TgA 64 T/ /ml . AGaomnnanng exorpamis. sepen apot
APEGHOY BEMMC TS THEYNVY RO HL 3G | I peﬁszu BT

Banris

JtpebeneHi nanuw Ha Kpakara,
L .. X o GOUMETRMA & AxnkuHaTa HE
FFBCTIATE Ha KpakaTa,

Jlesenmas inauaayonyia pcﬁma € NEUxoNor, pexabluniTauua U collanu3alia, xunepronopiiiHa GearnyreHord Aueta, npokuHeTAL, MTTTT,
o i s f i i AN L ity
mé. BamunHo 1‘| HIAT LATArEHeTIAUEH aHOIAS 14 WHEq3EHAT npel-lmam-m Luarkocrikn HF{BQ AMHUOLEHTE0, paiuXa
HOCUTRNETROTO HE BANBRELPAHO NPEYCTON maiikata, nenaTa u cecTpata Ha NPOGaHAL. ReUUKU HOCUTENW €0 eHOTANHY 3paRU

s apAUT. TTREHATANHATA QUATHOCTIAKI MW NERaTa H npnﬁnugn [AIKPA fETe £ XPOAOI0MHA BONEET, AHATAraUHA Hi npﬁﬁnu,qn nopaau KoeTo
GpemeHHOCTTA Balla npekpaTeHa.

Tipoqunakruka: Ymmummm HI XPOMOIOMHE fionecT e NoKa3aHWe 30 TIpEHaTAAHA AUArHOCTUK B TE3W CEmeiicT . Tiperioptuea ce:

'ggm. § Hemletha, R Ankathil, B, Zilfalil 2009
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TPETA HALLUOHANHA KOHPEPEHLIMA 3A
PEAKW BOJIECTU U NEKAPCTBA CUPALIN

HEOBXOOUMOCT OT OBOCOBABAHE HA
EKCNEPTHW LIEHTPOBE 3A
HEBPOPEXABUNUTALIUA NPU PEOKA
HEBPONOr M4HW U HEBPOXUPYPT UYHU
BONECTHU

Haem B. KOJIEBA* , Mapu B. MAPHHOB , Padocriae . HOILIMHOB

* Karnedpa, npuliy - Coustu Omdwiesiue, Puzacysia o
pexaburumanuonsanedunua” npy YMBAT, Ce Mea Pwrcku™- Copust

* Kamedpa, Heepoxupypesss” npu MY - Codbust u Kinsione , Heapoxupypersi” npu YIBAR  Co Mo Pucias™- Ci
™ flabopamopsi o Teemamura npu bAH - Cothust

Hay4HW WHTEpECH Ha NexTopuTe
CONAT M eKCNENTHOCT B 0BMNacTTa Ha perki Gonecm
Hakou Soceealsu NyGmukaLu 8 onacmma Ha pedkuime Gonecu

+ Mapurios M CoBpeMEHHU BLaVMOKHOCTH Ha TaHCCheHOUTanHaTa XUpYpris Npu
XMMOGHIHNTE afeHOMM. [JucepTaLma 3a NPUCHXOAHS Ha HayuHaTa CTeneH
"JloKTop Ha MeAMLIMHCKUTe Hayki'. - Codhus, 2006

« Naydenov E, M. Marinov, Kalev O, Vazharova R, Toncheva D: Multiple primary
brain tumors (glioblastorra multiforme and pituitary adenomay) associated with
colorectal carcinoma - a rare form of Turcot’s syndrome? Abstracts of 131
Congress of the European Association of Neurosurgical Societies (EANS),
Clasgow, UK, September 2-7, 2007 Acta Neurochir (Wien), (2007), P04.24, p
CHOXVI

+ Komeea H, T.Tpoer, X MunaHosa, P MowuHos. Pexabunurauus npu peaxu
SonecTu. Moa pen. npode. Koneea u gou, Tpoes. — Cotona: CUMEN, 2010,

« Komeaa M. Herpopexabunutauma npu penku bonectu. — Cocoua: CUMET, 2011,

= Jlapave npeanoxenue 3a oGocobszaHe Ha ekcNePTeH LeHTbP
3a HepopexaGunutayus npu pegku Gonectu 8 YMEAN Ca
ABaH Puncku” — Cobun, npu TrcHa konabopals mexgy Knuiuka
Mo HeBROXMPYRT s 1 OTAenerne no Pusnkanta n
pexaBUnuTaLMoHHa MeauUMHa — ¢ 0BocofaRaHe Ha
HeBpopexabUnuTaLMeHEH CekTop.

+ CTpykTypupaHa e U enekTpoHHa £a3a AaHHA 38 Takba TUn
naLueHT!

1. CnocoBHOCT 33 Cb3AABAHE U NPHIbPHKAHE Kb JOGPH NPaKTVKK 33 AUATHOCTHKE K
JleveHre

KomeHTap Ha AeKTopa No NpeAnoKeHna KpuTe puit

' Eorof

CumTame 3a BaXHO 0 Ha I I 3
HeBPOPEXaBUIMTALMA NPH PEAKNA HeBp W HEBPOXUPYPIIHHM BonecTi y
Hac (32 KOETO Ca HeoBXO/IMMM aanTaLMA Ha NevebHOTO saBejeHme,

cneyva Ha na obopyABake, of Ha

paboTaTa u Ap). ’ )

2. CbOTBETCTRALLM BHIMOXKHOCTH 22 NPUEM Ha NaLMeHT! ¢ pegkmn Gonectin
OKaseaHe Ha eKcrepTHa NoMOLL,

* ga
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KpaTko npescTagsHe Ha nekTopure
e Mpodh. 8-p Usem 5. KOJIEBA, OMH * - sexsp, creuuamvem

uno u

* Priogodumen Kamedpa  MeduyuHcka pexabunumauus u epzomepanua’ npu
MY - Cochua u Havanuuk Omoenetiue  Quaukanta U pexabuntmauiionta
meduuuHa” npit YMBAIT ,Ce Mean Puncku” — Cotbus

* [Ipoch. 3-p Mapux b. MAPUHOB, OMH * e,

cnewuanucm ne Heapoxupypaus
** Prrogodumen Kamedpa ,Heepoxupypaus” npu MY — Cocpua u
Havanruk Knunuka Heepoxupypeus” npu YMBAIT ,Ce.Mean Puncku” —
Coghust

L)

H.c. I em. Padocnas J]. AOLUIMHOB, duteh .

UNIEHER, NPOZPaMUCTT, UNDOPMAMUK
= [upexmop STabopamopus no Tenemamuxa npu BAH - Coghust

* Uwawme cobeTeeH ckpoveH 20-roOMILEH KMMHUHEH onnT B
HeBpopexabunuTaLuATa npit HEBPOMOTAYHI 1 HEBPOXUPYPTUHHA
NaUMEHTA — Ha MPEMMLLHA HaLMOHaNHK hogyMu ne peakn Gonectu
& [nosaMB cme NpedcTaBsnnn Takvea cry4an (natepanta
amnoTpothbudHa ckneposa, CUHAPOM Ha Barre’ — Lieou, pefikt
TYMODU Ha MMasHUs W IpbEHaYHAS MO3bK, POTDECHBHA MyCKyNHa
AncTpodus, HespanHa MyckyrnHa atood s, Hespobopeniosa,
XepequTapha CeH3o-MOoTopHa NOMMHE BpoNaTUs, MeTaBonuTHa
eHuedhanonatia - okounponuHemua n op.) [1,2,3,4]

CunTame 3a ocoBeHo BAKEH U NpoBNema ofyueHue Ha
navuermume ¢ pedku Gonecn.

KomeHTap no KputepuuTe 3a 0603HaYaBaHe
Ha eKCNepTHU LEHTPOBE 3a peakn BonecTy,

npennoxeHn oT KomuTeTa Ha ekcnepTmTe Mo
penkv Bonecti Kbm EBponeiickaTa KomMMcumn

(EUCERD} |
3. VpasneH e Ha KauecTBOTO CHIAACHO HALMOHAAHM M BPONENCKM pa3nopeaty, yua
BbB BETPELLHM M BEHLUHW CXeMM 33 KOHTPOA HA Ka4eCTBOTO
Al M 3A BL/TTAPUA E

YAAYHO

4. CnocoBHOCT 3a NpUAaraHe Ha NOKA3aTeNl 33 KAYECTBO Ha FPUMHKMTE U of

Ha AeiHoCTUTE (BKAKOMUTENHO M3MEpPBaHE HA MALMEHTCKaTa YAOBAETBOPE

NPUAOK M 3A

EB/AATAPCKHTE YCNOBHA
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5. BHCOKO HUBO H3 €KCMEPTHY MO3HAHKA M ONKT {TQAMIIEH OGeM LIATUPAHHS 1
@KCTE PTHY CTaHOBMILA, BPOM PELIeH2M PaHK MYGANKA LMK, paHToBe,
AK3EMMYHM JUTHHHOCTW M HaydHIA TTI M)

9. M3nan3BaHe Ha MYSTTMAMCLMNAMHAPEH NOANOM, HACCHEH KbM MEAMUMHCKUTE,
NaPaMeAHLIMHCKH, NCUXOAOTHUECKH H COLMAAHN NOTPEBHOCTH

 Cumrame 2a ocoBeHo BaxHa M Ao Ha Kappute
N p nPUAOKUM It Ha MyaT pop KN B TaKkE THI LEHTBP:
HPUTEPAU p , HeBPOXHpyp MmeanK; p P, Joroney, coumanex
. paborume n gp).

Ha npeanutn hopymm no peakn Gonecrn 6 [N0BAME CME NPENCTABAT N INYHA BNEYATIEHNA OT

BbBEXAIHETO Ha Moayn , HespopexaGrantauns npn peakn Gonectn® B 0GyuenmeTo (AMnnomHo n
CREARMMNOMHO) N0 PexabnanTawna (Npn Nexapn — CNEURANNCTH N Cieynainsanrn no Gnsnkanka
pexabniMTaTopn eproTepanesrn, pexabnantatopn,

np
KNHE3NTE PanesTn).

10. OpraHK3aLMA Ha CHTPYAHUYECTEA C L|eN rapaHTUPaHe HenpeKbcHaTocT

6. NMPUHOC KbM aKTyaAHWTE HaY4HU U3CNeABaHKA
FPUKMTE MPEs NEPUOANTE Ha AETCTEO, FOHOLIECTBOTO U 3pANA Bb3PACT

KomeHTap Ha NeKTopa no NpegaoKeHna KpuTepui
* yAAqu E’ Ho HE E BAAbﬂMMTEHHO 3A EMrAPMﬂ " Ceanrame 3a 3AABL/IKATENHO YHICTHETO HA BRC
EKNN, KAKTO W HA CHBPEMEHHE anapaTypa (23 Hesp n Hespody
H3CEABAHNS) .

* W nBara kpuTepws ca B Hannynoct B YMBAT «Ce. NBan Punckn: — Codms.

LdMOOLLEHKA Mo

OugeHKa Ha NPeaIoHKEHUTE KPpUTEPUM

3HAUMMOCT Ha RPUTERUA
¥ 32 060 [roe— R —— T ——— KpuTepwii 3a 060sHateHme lokbuBaMe va uhiTERg
P (NBAHO, YAETUYHO, He NoKpUBEY)

Cb3ganaHe M NPUIbRAAHE Kbt 406PM NPAKTUKH ot ChaganaHe W NPUALPHaHE KM ACBPH NPaKTHKN TBAHO
BLIMOMHOCTH 32 NPUEM H2 NALUEHTI o BLanoKHOCTH 33 NPWUEM Ha NALMEHTH THIHO
YNpaBAeHUE U KOHTPOA HA KAUECTROTO -+ VNpaBAEHUE U KOHTPOA Ha KIYECTROTO TTWIHO
TlpKAAraHe Ha NOKAATEAH 32 KIHECTRO M OLIEHK ++ TIpUAaraHE Ha NDKA3ATeAM 33 KAYECTRO U OLEHKA TRJIHO
HWBO Ha EKCNEPTHA NOIHAHMA M ONKHT ot HUBD Ha EKCNEPTHU NOIHAHUA U OAUT TEIHO
TIPMHOE Kb AKTYZNHKTE HAYHHW HACAEABEHMA -+ TIPMHOE KA AKTYRNHMTE HAYHHMW HACA BABAHKA YACTHYHO
CLBMPEHE Ha 4aHHW 33 HayHHH H 3APABHH LieAW o+ Cb6MpaHE Ha AZHHM 32 HaYIHW M 3APABHM LEAM TBAHO
T —————— p V4acTHe B KAMHWIHA NPOYRaHUA YACTHYHO
WanoAaBake Ha MYATUAMCLMRAMHAPEH NOAXOA bk W3N0A3BaHE Ha MYATUAMCLANA HHADEH NOAXOA TTHIHO
HENp eKLCHATOCT Ha FPHMHTE Npea NLAPaCTORMTE NepHOAH + HENpPEKLEHATOT Ha IPHHEMTE Npea FLaPICTORUTE NEPUOAM HE TOKPHBA
HenpeKbeHATOLT Ha rPMiKUTE NPe3 eTanuTe Ha 3aboasaaHeTo ++ HENpeKLCHATOCT Ha FRIHKTE NPe3 BTanKTe Ha 3aGoAnRaHeTO TBJAHO
HacouRaHe Ha NALMEHTH B PAMKMTE Ha CTpanaTa n EC ++ HacouRaHe Ha NALAEHTH B PaMKUTE Ha CTRaHaTa MEC YACTHYHO
CHTPYAHMUECTRO € 4PYU EKCNERTHM LEHTpORE -+ CHTPYAHWMECTEO € APy BKCNEPTHM LiEHTPORE YACTHYHO
BPbakit U CLTPYAHAYECTRD € NALMEHTCKU OPFAHHIALU -+ Bpbaki M CHTPYAHUUECTEO € NAUEHTEKIA DPFAHMAaLMM HE [IOKPHBA

Ha yeayru + n KaueCTAOTO Ha yenyru TERIHO
EAeKTPOHHO 34 paBeonaibaHe +++ E/eRTPOHHO 3gpaBeonaanaqe TBAHO

O6obweHune

NRUWIOKUMY

UBUCKeaHe 3@ noHe mpu euda
Meduqunc«u cheyuanuciii 4 noHe mpu auda 36paeuu cheyuanucmu,
Koumo da umam docmambyHa KoMNemeHmMHOCM 33 oﬁapumeaue Ha
mo3u eud nayuenmu

npe3 M3, Ho cned nokpuearie Ha
onpedentenu Kume pul

no JUHUs Ha M3, HO U NO JIUHUA Ha halUeHmoRY
opzaHuzayuy
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MwuTtoxoHOpuanHa HeBporacTpoMHTecTUHaNHa eHuedanomuonaTus — NbpPBU cnyyYai
AnardHoctTuumpaH B bbunrapus npuv HoBa myTtauma B TYMP reHa

B.Muxaitnoea', B.lFeprenueBa’, C.YepHuHkoBa’, N.MeHeB?, M.FeoprueBa®, K.CtoaHoBa', A.ToaopoBa?, N.TrpHeB'*

1Knunmka no Hespororms, YMBAIT ,, AnekcaHapoBcka” Codma

2 KaTegpa no MeavuMHcKa XxMMus 1 6uoxumns, Me amumHcku YausepcuteT Codma
3Kartenpa no peHTreHonorus, YMBAI , AnekcaHapoBcka” Cocusa

4 KaTegpa No KOTHUTUMBHU Hayku 1 ncuxonorus, Hos Berrapeku Yaueepcuret, Codms

AbcTpakr
MuToxoHgpuanHaTa HeBporacTpoMHTeCTUHANHA eHuedanomuonaTua (MNGIE) e pagko aBTO30MHO PeLIECMBHO MYNTUCUMCTEMHO 3a60NsABaHE NPUUUHEHO OT MYTALMKU B
TYMP rena.
MpegctaBame nbpera guarHocTuuupaH MNGIE naumeHT B Bbnrapus, koiTo e XoMO3UroT No HoBaTa MyTauma p.Leu347Pro B TYMP reHa. MaumMeHTbT UMa KOPSMHU
G onku, MeTEOpU3bM, ANaf KaxeKcus, Y , nTo3a, ocpTan! pesa, gemuer paLLa MorMHeBPONaTHsA, KOTHUTUBHU HAPYLUEHNSA 1 NeBKoeHLedanonaTus Ha
MPT Ha rnashna mosbk. MyckynHaTa cuna Ha nauyeHTa 3HAYUTENHO HAMansABa cnej HasHAYaBaHeTo HA TMOEPKYNOCTATHYHA Tepanua Bogello 40 M3NoN3saHe Ha
WHBaNMAHa KOMMUKa, KOeTo Npegnonara MUTOXOHAPMaNHa TOKCMHHOCT Ha Te3N MeaHKa MeHTH.
Hanpegnanuat ctaguit Ha 3aGonABaHeTo W BOLIEHOTO ChCTOAHME Ha NaLMeHTa He NO3BOoNMXa 0CHLECTBABAHe Ha anoreHHa XeMaTenoeTMYHa TPaHCNNaHTaLMA.
PaHHOTO NocTaBAHe Ha NPaBMIHATA AWarHO3a € U3KIIOHMTENTHO BaXHO 38 FeHETMHHOTO KOHCYNTUPaHe Ha CEeMeHCTBOTO, 3a HAaBPEMEHHO NleqeHune C anoreHHa
XeMaTonoeTHHHa TPaHCMNaHTaLUMA, KaKTo U 3a 3GATBaHeTO Ha NPEANUCBaHE Ha MEeAMKaMEHTH TOKCUHHMN 32 MUTOXOHApUUTe

Kniouoeu gaymu: MNGIE, TYMP, TyGepkynoctaTuum, MATOXOHAPUN

MuToxoHgpuanHaTa HeBporacTpouHTeCTMHaNHa eHuedanomonatua (MNGIE) e pagko aBTO30MHO PeLieCHMBHO MYNTUCUMCTEMHO 3a60NsABaHe NPUHYUHEHO OT MyTaLMK B
TYMP reHa, KogupaLl, eH3uMa THMUAKH choccopunasa. 3a6oNABaHeTo Ce XapaKTepusMpa ¢ NPOrPecUBeH racTPOMHTECTUHANSH AUCMOTUIIMTET, KaXESKCHA, NTo3a,
odTanMonapesa, NoNIMHeBPONATUS, XMNOAKY3UC, NeBKOeHLehanonaT1a u neTaneH usxod B Mnaga‘cpegHa Bb3pact. OCBeH CUMNTOMATUYHATA Tepanud, oGellasall,
TepaneBTUYEH NAaTOreHeTUUEH NOAXO ] B NOCIISJHUTS FOAMHN & ANOTeHHATA XeMATOMNOSTUIHA TPAHCNNAHTALMA, KOATO LieNN Bb3CTAHOBABAHS HA
TUMUAUHGOChOPUNasHATa aKTUBHOCT /1/

Anamnesa KnuHnven ctaTyc u uscneasanun

» 29 rogvLeH NauyMeHT C TYPCKM eTHUHECKU Npon3xo] 0T » ComaTudeH cTaTyc — kaxekcus BMI 12.09 /dwr.1/, nannaTtopHa GonesHeHocT B aGjomeHa
HEeKpbBHOPOACTBEH Gpak, (haMUIHO HeoGpeMeHeH » HeBponormdeH ctatyc

» HauanHu cumnTomu Ha 15 roguuu: guapusa, aGaoMuHanHu OeycTpaHHa NTo3a 1 ohTanMonapesa

GOMKU U METEOPU3BM Xunakysuc

» Ha 23 roguHm ry6u 16 kr 3a no-manko oT mecel, Aucdarua

MepcUCTMPA LY racTPOUHTECTMHANHKU ONMaKBaHUS FeHepanmaupana cnaboct /no-nspasena gucranHo MRC 3/5/ HeBbamoxHa camocTosTena noxogka
» CneluHa onepauys NopagM gyojeHanHa A3sa C NUNopHa [eHepanmaupaHa aTpodnsa Ha MyCKyIMTe

cTeHo3a OtcnabeHn/NMNCBaLLM CYXOXKMITHO-HA[KOCTHH pedrieken

» Nunca na nogoGpenne cneg onepauuATa HapyileH cTaBHo-MyGkyneH u BUGpaLMOHEH yceT B KpakaTa

» HekonkokpaTHM X0CNMTaM3aLMK B racTPOSHTEPONOrMYHU K- [ucTanna xvMnanre3wa u TepMXMNecTesns B KpakaTa

KW, M3MNCAH C AT “XPOHUHEH racTpUT. XpOHWUHEH KOrMT" » KOrHWTNBEH CTaTyC — JIEKO CHUKEHO KOTHUTMBHO (hyHKLIMOHMpaHe

» Ha 25 roguHm ce nosBABa ekcTpemHa ymMopa v oGwa MMSE 27. OeduuMt Ha BHUMaHUETO, HapyLieHa BepGanHa enusoguyHa nameT M BepGanHa
cnaGocT hryeHTHoCT

» Ha 28 roguuun, 5 meceLia cneq npoBekaaHe Ha » HespoodTanmonoruyeH cratyc

TyGepkynocTaTUUHa Tepanua /rifampicin, isoniazid, VOD=0.9-1.0; VOS§=0.9-1.0

pyrazinamide, ethambutol/, ce nossaea geycTpaHeH ctenax AeycTpaHHa e kocTeneHHa NTo3a

B cnegeawmre meceuy HAacTbNBA BIIOLABAHE HA MYCKYIHATa Exotropia oc dex

CIabocT AW 3 AHEaNAOAE KorAYka Mo4Tn MbrieH Gnokax Ha O4HNA MOTUIIMTET BLB BCUHKM MOCOKN C BB3MOXHH APeGHOaMNIMTYAHN
OUYHM JBUXKEHHNA OKONO LieHTpaHaTa oc

Manunu ¢ AcHmn o4epTanma, ¢ Griegosat AMY3HO KONIOPUTET, MO-No A4epTaH 3a TeMMNopanHuTe
nosioBuHN. Cb0BE, PSTUHM, MaKyru B HOpMa

» JNlaGopaTopua — Hb 121, RBC 4.14; Hct 0.37; ACAT 44; AP 140; CPK 404, nakrat

3 (< 2.2mmon/n), 06w, GenTsk 60r/n;

HIV, VDRL - oTp.

LP - 6enTsk 0.62r/n, Leu 1x10%6

3 EHI u EMI — ganHm 3a fiemmenmHmMsapalya CeH30OMOTOPHA NOMMHeBpONaTs

» MPT Ha rnaea - MHoroGpoitin oGwmpHu xunepunTensin B T2 u FLAIR nesum B

ne pUBeHTPHKYNHATa W 4bNGokaTa GAna Mo3byHa CyGCTaHLMM 4BYCTPEHHO CYNPaTeHTOPHANHO, B
Me3eHLE (arioH, MarkoMo3bYHK KpadeTa M Lgpebenapin xemmcchepu gBycTpanHo /dur.2/

» MonekynApHo-reHe TM4HO U3CneaBaHe

[Mpu AMPEeKTHOTO CeKBEHUpaHe Ce YCTaHOBW XOMO3MIOTHa TpaHzuuusa c.1040T>C B TYMP reHa
BOJeLLa 40 3aMAHA Ha KOHCePBATHMBEH NMeBLWH 33 NponuH p.Leu347Pro. Tazu myTauusa He e
OMUCaHa A0 MOMEHTa

®ur.2 A.T2-FLAIR XUNepuHTeH3HYU 183Ul B NepUBEHTPUKYNapHOTo Bsno BelecTso B.T2WI xunepuHTeHsHK
1e3UN NepUBEHTPUKYNapHo 1 cybkopTrkanHio G.T2WI xunepuHTeH3HKN Nesin B cTeona

ObcbkaaHe

» MpeacTaBame 29 roguiLeH NaLMEHT C raCTPOMHTECTUHANHMN ONNakKBaHUA, KAXEKCUS, eMUeNMHU3MPALLA CeH30MOTOPHA NONMHEeBPONaTUA, NTo3a, odTanMonapesa,
XWNAKy3UC, NeKO KOTHUTMBHO HapylieHue, neekoeHuedanonatia Ha MPT. HawaTa knuHnuHa paGoTHa guarHosa MNGIE Gelwe noTBbpgeHa 0T NnpoBegeHoTo
MOMNEKYNAPHO-TeHOTUYHO U3CIeABaHe, KOSTO YCTAHOBM HOBA T YMP MyTaLma B XOMOSUIoTHO ChCToAHWe. HauanoTo Ha 3a60nABaHeTO & ¢ raCTPOMHTECTUHAMHU NPOSBH.
MyckynHata cnaGocT ce noAeAea cneg okone 10 regnnn. B HayqanoTo cnabocTTa e neka, Ho TA Ce BIOWABA 3HAYMMO HAKOIIKO Meceua cred NpunoxeHa
TyGepkynocTaTnina Tepanua. Hal-BepoATHO ToBa BroLUABaHe e pesynTaT 0T MUTOXOHAPMarHa TOKCHHHOCT Ha NpunoxeHnTte TyGepkynoctatuup. B nutepatypata e
W3BECTHA MHAYKLMATA Ha fleGep HacneACTBEHa OMTU4HA HEBPOMATUA OT eTamByTon npy HocuTenu Ha LHON MyTaummn, a oKCMAATMBHWAT CTPEC M MUTOXOHAPHaria
AWUCCHYHKLMA UIPasAT KTHOYOBA POMA B XeNAaTOTOKCUYHOCTTA HA pUchaMNULMH U n30HMasug /2-5/

» MaumeHTbT Belue oB6cbaeH ¢ npoch.5066B B HACOKA anoreHHa KOCTHOMO3bYHA TpaHCnNaHTaumaA. MpeleHeHo Gelue, Ye MAHMNYNALMATA MPKU YBPe 4eHOTO o6LLo
CHCTOAHNE HA NALMEHTa e C MHOTO BUCOK PUCK, MOPagH KoeTo MauneHTbT Gelle M3NMCaH C HecneumguiHa CUMITOMAaTHNYHa Tepanua NpeAnMcata oT KOHCYITanTa
racTpoeHTeponor

» Mopaam nsknouMTenHaTa pASKOCT Ha 3aGoNABaHeTo /40 MOMeHTa ca onucaHm 138 cnyyad B cBeTa/ M HecneLMMYHATa HAaYalHa CMITOMATHKA AWMarHosaTa Moxe 4a
Gbge 3a6aBeHa. MocTaBAHETO HA PAHHA UATHO33 UMA BAXHO 3HAYSHWE 33 TEHETUUHOTO KOHCYNTUPaHe Ha COMSHCTBOTO, PAHHOTO NeUYSHUE C KOCTHOMOIbYHA
TPAHCMNAHTALUA U U3BArBAHETO HA NPEANUCBAHETO HA MEUKAMEHTU TOKCUYHU 32 MUTOXOHAPUUTS

HwTepaTypa

1.Schoffner J ial N Disease R Bookshelf ID: NBK 1179; PMID 20301358

2 keda A lkeda T, |keda N etal. Leber's heledl(ary op(lc neuropathy precipitated by ethambutol. Japanese Journal of nghalmology ZDDG May- Jun 50(3) 280-3,

3. Seo JH, Hwang JM, Park SS. i ion as a possible epi ic factor of Leber's itary o ptic . 2010 May, 38(4):363-6.

4.0 A Santra A, jee K et al. Mil ial oxidative stress and permeability transition in isoniazid and rllamplcl induced liver injury in mice. Journal of Hepatology. 2006 Jul,45(1):117-26.

5 .Bhadauria S, Singh G, Sinha N, Srivastava S Isoniazid induces oxidative stress, mitochondrial dysfunction and apoptosis in HepG2 cells Cellular and Molecular Biology (Noisy-le-grand). 2007 Apr 15,53(1):102-14
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KAMHUYEH CAYyHamM HA Xmnep-lgG4 6oaecT

Pycka Lllymnanuesa' | Derek Baxter? | lain Mclnnes?

1 KnuHuka no PeemaTonorusi, MY-Cocbus | 2 Glasgow Royal Infirmary,
GU-Glasgow

BbBeneHuWe:
XuneplgG4-5onect @ XpoHUYHO, Bb3nanvTenHo 3aGonsBaHe Ha CbeOUHHUTUIHATA
TBKaH, NPW KOETO C& YCTaHOBABA Xunep-1gG4 nnaaMokneTeyHa, T-kneTbyYHa
WMHMNTPALMA M HUBPO3sa HA 3ACOTHATUTS ThKaHU. 3acAra PaanMyH1 OPraHn U
cuctemu. B rpynara Ha xunep-lgG-cabpaaHiTe 3a60nABaHMA BNM3AT TMPEOUANT Ha
Riedsl, perponepuToHeanHa ¢u6po3a, KcaHToMGporpaHyIoMaToaa, CUCTeMHa
¢m5posa, nnaauouureu rpaHynom, MyntugokanHa cubpocknepasa,

1 TYMop, YMOD, CKNepoaunpall, NaHKpeaTHT, XMNohuauT,
mnspcmquaneu HeppuT, o6nuTepupauy, dnebuT n gpym.

KnWHWYHaTa KapTUHA ce ONPeRens oT opraHHaTa NoKaNN3auMA Ha NopaxeHUATa -
NaHKPeac, KTbYHU MBTULLA, CRIOHYSHU KIeaU, XKITEHEH MEXYD, PETPONSPUTOHEYM,
G6u6peum, Germ apobose, NpocTaTtd, KPbBOHOCHN CbioEe M A4p. Hait - yecTo Gonectta
ce nposiBABea nof (hopmarta Ha TYMOpHa (POPMaLIMA CbC CHCTEMHA CHMITTOMU 1
TemMneparypa. XapakTepHo @, 4e Npea aKTMBHUA Nepnog ce Habnioaasa NoBMWeHa
cepyMHa KOHLIEHTPaUWA Ha 1gG4 U 6bPa KNMHWYEH OTTOBOP HA KOPTUKOCTEPOMAHA
Tepanus.

AHamHeaa: NlaGoparop

24-TOaMWIHO MCMKYe, KOeTo CLOGLIABA 3a NOLYTHHA B JIABA LUKIHHA obnacT ©ea oTKACHEeHMs B cTaHaapTHUTe nabGopaTopHu nokaaaTtenw - ekn. CYE, LPM, MKK 1
OKK.

Munanu saGonasannn: 5e3 OTKIIOHEHWA B UMYHOIOMMHHWTE MOKA3aTenM - BKJl. HOPMANHU HYBa Ha IgG4 B

O6cecHBHO-KOMMYTNCUBHO pascTPORCTBO - Ha neveHue c Citalopram cepymM.

DamMUnHa aHaMHe3a: [OoMbAHUTENHW W3CNeNBaHUA:

KomrioTsp - Tomorpadhicko uacneasaHe - XunepaeHaHa aoHa B nsia
cTepHoKneiaoMacTonana oGnact, 6es ysenu4eHne Ha nepnepHA NUMGbHA BL3NK
WrneHa 6uUoncus), ¢ NOCNeABALLO XMCTONATONOMMUHO W UMYHOXUCTOXUMUHHO
wacneggaHe 3a IgG, IgG4, kv A Bepury. YcTaHoBU ce HanW4me Ha uapaseHa ¢ubpoaa,
AucbyaHa nuMconnaamMaTiyHa MHAUTpaUMa, enAHUYHY HEYTPOUNK, eC3MHOMMUITHI
arperaTi, BeHynuT n ofnuTepupaly, apTepuuT. JiumcourTute 6axa npeanmHo T -

Bea ocobeHocTH

DuU3NKaNeH cTaTyc:
NOBLPXHOCTHA, ¢hUKCHpaHa TyMopHa chopMauus B obnactta Ha m.
Sternocleidomastoideus sin. ~ 4-5cm

Bea orinoenws pw wacr flo opratu u ¢ KNETKH, G ekcnpecus Ha CD8 n CD4, ¢ pasnpbcHatw, Goratu Ha B-kneTku numcouatm
thornmkynv. HaG! Ho Ge curHng ITHO IC me Ha IgG4-noanTuBHUTE
nnasMoLnTH.

rbpoza
/' mamtpomarn (CD4+ u CD8+ T xnemuu, manxu B-kaemuuro Gozamu rumdoudnu
onuryan)
PBINAINTEHO-KICTHIHA HHPMITPAEY —) IIA3MOINTH (bpoam xa IgG4-+ 7i PERUPE ¢
N2 emumrmm BeyTpodmm
\ ©o3EHO(IIIHN arperaTa

BEHYIHT K 00,IETEPAPAI apTePHET

Bb3a 0cHOBA Ha fiaHHHTe OT KNUHWUYHOTO W3cNeABaHe, MHCTPYMEHTENHUTE METoaU
Ha U3CneasaHe u Hai-Beve AAHHWTE OT XMCTONOrMYHOTO U XMCTOXWMUYHO
vacnensaHe Ha GuonTaT ot TyMOpHaTa ¢0pMEL|Mﬂ Cce nocrasn gwar-Hoaa
Xunep-lgG4 GonecT.

Cy Ha HHA KOSITO NOTEBPAU AWATHO3ATA CKTEPOMPaLL KOSTAreHeH |gG4-cabpaanuTe NopeckeHUs 0(OPMAT CPEBHUTENHO HOBA rpyna saGonABaHuA.
npouec - Xunep-lgG4 Ganect. PaznosHaBaHeTo WM 8 BaXHO, NOPaaM AOCTLIHOCTTa HA METOLWTE 33 [IMArHo3a u
Mecel| cnej| XUCTONOMMYHETa AWarHoaa Taec aj| CUHAPOM, CPaBHUTENHC A0GPOTO UM NCBNUSIBAHE OT JIEYEHWETO C KOPTUKOCTEPOMIM.
Ges npomaAHa B Terno 1 aneTuT, ¢ Gonka B NABOTO paMo, KOSITC oTroeaps foGpe Ha
Ocrana Ha Tep € KC (40 mg gH.) ¢ NoCTeNneHHe pegyLupaHe Ha ONKUCaHUAT OT Hac cnydail NpesCTARNSBA MHTEPEC C TOBA, Y6 NPH MANCA HA OTKMNOHEHUS B
noaaTa Weer MECcaLA No-KeCcHO @ Goa noT BLE MMYHOTOTMUHUTE M3CTIeBaHMS, B OF TyMopHa dx ©e OTKpI WYHA U
MA cTaTye, [] PYMEHTANHA HA. MMYHOXWCTOXMMU4HHA SEHHU 38 MOBULISHO HWBO Ha IgG4 - NOSUTMBHW NNASMaTUYHN KISTKA.

Mpenopwyako Gelue np Ha 6 meceLa.
[T ——

1, Clark, A,, R, Zérngn gt.al, i i it i idiopathic i (‘,‘mm’lluhnl 1988; 13:30-32.

2. Fulei, Y., M. Amagai et a1, Predominant it i ig i ¥ Dermatol Sei.2001; 26:55-61.

ey t $subelan ; cmpkigt blisccua. | Der

4. Minrad N, 8. Rirangwater ¢ al. Idiopathic Am ] Med.

5. Neild, G. H., M. Kodxiguez-Tusto ct al. Hyper-TgGd di haati incasc, BMC Med, 2006; 4:23.

. Tuocucgu, B, B Uraziy o tho b, iovaso Suwg, 2000; 43:112-113,

7. van der Vit HD otal. 15G4 Ann Tntern Med.
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BnusiHue Ha NMCOPUA3NC BBPXY Ka4eCTBOTO HA XKNBOT

Ha NnauuMeHTuTe

BanentuHa MNeTtkosa', Munex Qumutpos!, MpuHa Hukonosa', XpuctuHa

BoitueBa', MisaH po3aeBs?
1dapmaueBTrHeH dhakynteT, MY — Cochms

2YHusepcuTeTcka BorHuua AnekcaHapoBcka, MY - Cocuma

BbuBepeHue

Cnopeg NORD (National Organization for Rare
Disorders), ncopuasncbT e psAKO Bb3NanuTerHo
3abonsBaHe Ha koxaTa G XPOHWYHO-peLVAMBUpPALL
xon. WameHeHusTa no koxaTa ca € XxapakTepHa
FoKanusauus — MnakTi, KoneHa, KpbCT, OKOCMeHa YacT
Ha rnaeaTa. [lpes nocreAaHWTE FOAVHW NCOPUA3MCHT
ce pasrmexja kato YacT oT MeTabomnHus crHApPoM, a
KOXHUTE W CTaBHWTE MPOMEHW ca CbMNPOBOAEHU C
aTepOoCKNepOTUYHA MPOMEHMN Ha CbA0BETE.

WOJHEH EIEW 00T &

é‘{‘-ﬁmnah

MeToauka

TpaAVLMOHHO NekapuTe W3nonssaT pasfMyHU NapameTpu 3a
OLieHKa Ha TeXecTTa Ha 3aboMsiBaHeTO: MpPOLIEHT 3acerHaTa
nroly oT obliaTa KOXHa MOBLPXHOCT, CTEMeH Ha epuTema,
VHUNTpaLumsTa U jeckBaMaLmsTa, nosiBaTa Ha CUCTeMHM
CUMNTOMU  KaTo apTpuT. Tean KIAUHWYHU OLEHKW He
oTpa3ssiBaT LsNocTHNSA edekT Ha GonecTTa BbpXy Ka4ecTBOTO
Ha XUBOT Ha MaLMeHTUTe.

Mcopua3uchT MoXe Ja WMa oOFpOMHO MouxocoLUmanHe
Bb3JeficCTBMe BBbPXYy JIMYHOCTTa. Tasu KoHUenuus e
MHoTouamMepHa W ofxBawa ¢usnyeckaTa, coLpManHaTta U
neuxorioryeckata cTpaHa Ha 3fpaBeTo Ha NalyeHTa u ce
OCHOBaBa Ha MHEHWeTO Ha CaMKs NaLyeHT 3a ChCTosHNeTOo
My.

Llen Ha npoy4yBaHeTo e ga ce OLEGHN BIMAHMETO Ha
ncopuasuca BbPXY KAYecTBOTO Ha XUBOT Ha NaLWeHTUTe
Ypes NpUnaraHe Ha cTpaHAapTHA aHKSTHN MHCTPYMEHTH.

\

-

QoroaopN219 Ha CMH, MY-Codns

/
Pesyntatu h
I'IpeBe,qum 1 BanungupaHu Bsaxa ABa OCHOBHWU 2aHKeTHU
AOKYMEHTU, N3NoN3BaHN B NpakKTWKaTa 3a OLleHKa 06IJ40
Ha Ka4YeCTBOTO Ha XXWUBOT MNpPpU NaUueHTNn ¢ KOXHU
npo6ne|\n|/| W B YaCTHOCT — 3a OLUeHKa Ka4yeCTBOTO Ha
JKMBOT NpKW NauneHTn, cTpajallin oT ncopuasunc.
PeSyﬂTaTVITe NoKazaxa cCnegHUTe HapylweHuA B
Ka4yeCTBOTO Ha XXUBOT Ha NaUUueHTUTE!:

Ta6bnuua 1. MNcuxocounantin AeNHOCTH, HAPYLWEHN OT
3abonsBaHeTo
OTroBopuny No BL3pacToBy Ipynn, %
18-34r. 35-54r. >55r1.
(n=3) =7 (n=1)
PaboTa 33% 28% 0
CemeeH xmneoT ] 14% 0
MpuaTenctrec 66% 28% 0
CouvaneH 66% 42% 100%
KMBOT
MonyyaeaHe Ha 0 14% 0
paboTa

Taénuua 2 ExeqHeBHU AEMHOCTU, HapylleHne oT
3abonsBaHeTo
OTroBopynK No Bs3pacToBU rpynn, %
18-34r. 35-54r. >55r.
(n=3) (n=7) =1
CuH 33% 28% 100%
MonoBa akTUBHOCT 0 28% 0
MznonseaHe Ha pble 33% 28% 0
Bupeex 0 14% 100%
CToeHe/ cejeHe 0 14% 0

N3Boau

B pes3ynrtar Ha npoBegeHOTO ABONHO aHKeTHO
npoyyvpaHe ce OuUeHW BJIMAHWETO Ha ncopunasuca
BbpXYy KadveCTBOTO Ha XMBOT Ha NMaUNeHTUTe 4pe3
npunaraHe Ha cTpaHdapTHW aHKETHU WMHCTPYMEHTW.
BrmsHneTto Ha 3abonseaHeTO 3acsdra KaKToO
counanHuAa acnekt, Taka W TJINYHUA XMBOT Ha
nayneHTuTe.

Babenexku: To3n nNpoeKT e uHaHcupaH oT

v
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I'Ipep,c:TaBﬂHe Ha ABa KIMMHWUYHW Cny4vyad Ha

N

N/

N\

WapaseHa wwitHa nopAo3a 1 kuhockonmosa.
YNNbTHEHWA HA AXMNOBATE CYXOKUNUA [BYCTPEHHO.

HeesponoauveH cmamyc:
KeagpunipamuoeH cvHOpOM.
MNonvHeBpUTEH CUHAPOM.
KOTHWTHBEH CUHAPOM.

Uzcnedeanus:

EMI:Texxa nepmbepHo—cTBonuaa'yBpe;\a HA CETUBHW 1
ABUraTenHy BNakHa Ha JOINHW KpanHWUK,
HeBponcuxonornyecko uscneppaxe: MHTENeKT B AnanasoHa
Ha Neko ymcTBeHo u3ocTaeaHe (1Q= 65).
MPT Ha rnaBeH mo3tk: KopoBa aTpodis, OTHOCKTENHO No-
M3pasera 3a BbapacTTa. 3HaunTenHa Wwuilna nopao3a u
Topakanha kudo3aa.
[eHeTUYHO NacnenBaHe: NOKa3Ba HanMUMeTo Ha ABe MyTaLuu
B CYP27A1 rena: missense myTauus u splice-site myTauws.

AN

g 6
s uepeopoTeHAMHO3HAa KCaAHTOMAaTO3a
[ = = =
.laHoea, B.Meprenuesa, M.Monoe, H.Hukoesckw, U.TtpHes
- nr B.I n.n HH W.T
YHUBEPCUTETCKA BOAHULLIA " YHUBEPCUTETCKA BOAHULIA
AREKCAHAPOBCKA Knunnka no HepeHw Bonectun, YMBAI ,Anekcangposcka’-Codua AREKCAHAPOBCKA /
/ nUpamMuaHl Senesu \
kaTapakTH LlepeBpoTeHanHoaHaTta kcaHToMaTtosa e
QO nepudepHa HeBpONaTHA pagko 3abonseaHe Ha nunugHata obwmsHa,
< KOBTO Ce AbIKW Ha MyTauum B CYP27A1-
T MAMKOMOIBHHIA CHUMATOMM reHa, Koawpalw, edsuma  crepon  27-
Q KOTHWTVBEH fedhuyur XMOPOKCUNasa. MocnegHnst e
q MUTOXOHOPpWAaNeH eH3nm, NnpuHagnexaw Kem
@ CYXCRUNHM KCAHTOMM damunuata  uuToxpomu  P450,  koiiTo
m TEVXMSHIA CHMMTOMM KaranMaupa MbpEMTE CTHMKA B OKCMOAUWATA
0 Ha xCnecTepona, BoAelM A0 cfpasyeaHeTto
ocTecnoposa Ha KITbYHM  KMCENMHW B  YepHus Opob.
m Avapua 3abonaeaHeTo ce yHacnegnea no
ABTO30MHO-PELIECHBEH HAYWH.
enunencus
N 0 10 20 30 40 50 80 70 80 &0 1m0 /
V naumnenT 1 nauneHT 2
AHamHesa: / -\
s MBX Ha 32 roauHu.
« Hayvano Ha
3abonsaBaHeTo — Ha 1-
roguLLIHAa Bb3PacT ¢
XPOHWYHA guapus.
= Xocnuranuaupax
HEKOMKOKPATHO B
[eTCKa KNMHUKA, KbAeTo
ca obChKaaHu
nocrenoBaTernHo
CnegHUTe OWarHoau:
“Uennakus ¢
npuapy:kasall
XPOHWUYEH peakTUBeH
xenatut”, “XpoHudeH
HecneyuduyeH
= enTepuT”, “Bonect Ha + Mbx Ha 32 roAnhu.
m Mapq)aH". + HauvanuuTte onnakeanmsa 3anodear e AeTCKa Bk3pacT C
T + Ha 18 roguwHa BbapacT TPYAHOCTK W M30CTaBAHe B yueBHUA npolec. Mocelwasan
= & onepunpaH oT NOMOLLHO Y4UNHLLE.
=4 KaTapakTa Ha AsiCHO « OnepupaH e 3a KaTapakTh ABykpaTHo npes 2001r.(Ha 22
o QKO. roAMHa Bb3pacT) u 2006r.(Ha 27 rogviiHa Bb3pacT).
s + HacTosWKTE ONNakeaH1s AaTMPaT OT OKoMo 2r. 1 ce
L | + Ha 20 roguwba BbapacT e onepupaH oT KaTapakTa Ha Nnaso “3pasneaT B NPOMsHA B NOX0AKATa, HecTabunHocT. OT okono
T OKO. 1r. ¥Ma NocTenenHo nporpecypalua cnabocT B AOMHKM
S | « HacroAwwTe onnaksaHws 0aTMpaT ot okono 1r. v ce KpaiHauw.
I n3passaeat B cnabocT B AONHW KpaRHULKW, YECTO CNbBaHe, Comamuten cmamyc:
HecTabunHoCT. « Ileka TopakonymBanHa ckonuosa.
= 6 n 6
MamuqeH : « YNMBTHEHWA HA BXMINOBUTE CYXOMWNWS OBYCTPAHHO .
ComamuyeH cmamyec. ¥ >

.

KcaHTomu Ha goneH knenay BAACHO.

Heeponozudex cmamyec:
KeaapunupamuaeH CUHAPOM.
MNonvHeBpUTEH CMHAPOM.
LlepeGenapeH cuHopom.
KOrHUTUBEH CUHOPOM.

H3cnedeanus:

EMT™: Mepudepro-cTBONOBa yBpea Ha CETUBHU U ABUraTeINHK
BIIEKHA HA TOPHW 1 AONHW KPOWHWLIN, NO-TEXKKA 3a KpakaTa.
Heeponcuxonoruyecko uacneaeaHe: MNauneHTsLT e ¢ neka
ymcTBeHa usoctaHanoct. MMS=21.

MPT Ha rnaseH mo3bk: CynpaTeHTopnanHo- B AeCHUA rMobyc
nanuayc ce Bu3yanuanpa xvnepuHtensed B T2W u FLAIR
cekeseHUnuTe hokyc. CybTeHTopranHo- ABYCTpaHHo
CUMETPWNYHO B HYKMNEW AEHTATH Ce YCTAHOBABAT
XUNEePUHTEH3HU thokyon Ha T2W u FLAIR cekeeHunnTe.

eHeTUYHO KacneaBaHe: Hanu4ue Ha MyTauua B XOMO3UIOTHO

N

-

obcbLxaaHe

—

N

Mpeocraeame AeaMa nNauMeHTH Ha 32-rogMliHa Bb3PAcT ¢ KNWHWYHA daHHWM 3a UepebpoTeHOAWHO3Ha KcaHToMartosa:
(MpU  MBPBUS  NAUUEHT),
nporpecypalla HeBponortdHa CUMNToMaTHKa. I'IpoaeneHOTo reHeTU4HO WacnefBaHe NOTBbLPXKAaBa MocTaBeHaTa KNWHWU4Ha
AunarHoaa. PaxHata guarHesa Ha CTX ce ocHoBaBa Ha OnNpefensHe Ha CepyMHUTE HWMBA Ha XOMNecTaHon, Aopu 1 Npu nunca Ha
CYXOXWNHA KCaHTOMMW. TA e paxHa ¢ orneq Bb3MOXKHOCTTa 3a Tepanua npya ToBa 3abonseaHe. JleyeHweto ce npoeexga c
XEHOLEOKCUXONWEBA KUCENMWHA. YCTAHOBEHO €, 4e npoavibkMTenHa Tepania C XeHOAEeOKCMXONueea kKucenuHa Bsogu OO
HOPMANU3UPAHE Ha NNA3MEHWTE HWBA HA XONECTaHoN, Kakto W A0 NofobpeHWe Ha KNUMHWYHATA cumnToMatuka. PanHo
3ano4yHaToTe nedeHwe npy nNpecMMnTOMHWM WHOWMBMAW MOXEe Oa npefoTeparti noABaTa Ha KAWHWYHW CMMNTOMKM  Ha

ABYCTPAHHW KATAPAKTW, XPOHWYHE Anapus

3abonsAeaHeTo.

cbeTosHue ¢.646G>C;p.(Ala216Pro)s CYP27A1 renHa. /

KOTHUTUBEH AeMUUUT, CYXOKUMHW KCAHTOMU W
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MYTALIMA HA HFE TEHA TTPU TTALIMEHTH C XPOHWUYHH
YEPHOOPOBHW 3ABONSABAHNSA CbC CUHIPOM HA TTIPETOBAPBAHE C
KEJA30

C. Oparnesal, [. Jouesa?, P. KuHesao?, P. Mearosd®, 1. Matesa!
! Knunuka no ractpoeHteponorua, YMBAT Ce. Ms Puncru”, Cogus
2 Kateapa No MeAMUMHCKA XUMUS 1 BUCXMMME, LEHTBD N0 MONEKYIHG MeAMLMHA
3 Nabopatopus no knurudHa natonors YMBATT 'Ce. M. Punckn”, Copus

BBBEAEHKME

»B mHoro esponeidckiTe CTpaHKM, 4acT OF
XeTepoaurotute 3¢ mytaumm Ha HFE rewa ca ¢
NOBMIEHA CATYPAUMS HA Xeris3o, KoeTo Kapa
W3CNeoBaTeNUTE AA NOJOIUPAT JHAUSHUETO UM
B NATOrEHE3aTA HA CUHAPOMA HA NPETORAPEGHE C

werazo npun XPOHUYHMN uepHoapobHn
aabonseaHmMa
UEN

»>[a oueHUM vecToTaTO HO MyTauMmTe Ha HFE
FeHa NpK GBIITGPCKM NAUMEHTI CBC CUHAPOM HG

KEFISIHO  NpeTOBGPBAHE  MPW  XPOHMUHK
uepHogpobHu 3afonssaHus
MATEPHAT M METOLM
>41  naumeHTa ¢ XPOHWMUHK  wepHoropbHM

3060MSBAHMS  CbC  CBABTCTRAL, CUHADPOM  HG
NPeTOROPBAHE ¢ HEJIA30, OLEHEH UPE3 NOBULIZHO
CEPYMHO HENS30 U TPOHCPEPUHOBO HacULiiaHe

»M-27, X-14, Ha cpepHa ep3pact 54.4:14.1r. o7
21 no 81r.

» 51,2 % (n=21) nuua ¢ xporuder € xenaTuT

» 171 % (n=7) nuua ¢ xpoHuueH B xenatut

» 29,3% (n=12) rmua ¢ HEORKOXOSTHA CTEATO3HA
Sonecr

» 24% (n=1) BonHa ¢
uMpoaa

»Vaonvpa ce reqomHa [HK oT nepupepHa kpbs
»Cexserupaxa ce ek3oH 2 u 3 Ha HFE rena

wbpBUUHG  BusiiapHa

PE3YINTATH:

»Cpegmu  cToliHocTU  Ha
KenazHa ofmana:

Fe- 29.9+10.5 mmol/l XKCK- 63,9123 mmol/I
TH%- 48 1+17 9 @eputum 568 5+429 pg/ml

>He nokasaxme BPLIKA MEXAY XETEPO3UTOTHOTO
HOCUTENCTBO HO  HAKOS  OT  MyTauMuTe U
OTAENHUTE NAPAMETPU HA XESIS3Ha ofmaHa

MapameTpuTe  Ha

»TTpu 31,7% (n=13) oT nauMeHTUTE C& YCTAHOBM
myTaums B kogoH 63 - c.187P>5, cve samsHa Ha
GMUHOKMCETIUHA  XMCTHAMH  CBC  GCnapTar

(p.His83Asp),

CIB7CG
pHis63dsy Bpoif Uectata
HE3D socHTeR %
cC 2 583
oG 1 263

GG 2 4.9
[ 67 8L7

G 5 183

»>Tipu 4,9% (n=2) oT uscnefsaHUTE C& YCTGHOBM MyTauMsa 8
KogoH 65 - ¢.1934>T CbC 30MIHA HA AMUHOKUCSTIUHA CEPUH ©
umcrerH (p.SerébPys)

€19345T
PSer6SCys Bpoit
SHSC MOCHT e

Hecrora %o

AA 33 951

AT 2 4.9

TE n on

AavE TMn A 50 976

T 2 24

»Tipu 70,7% (n=29) ce yCTAHOBU HYKMEOTUIHA 3AMSHG B
yHTpoH ¢.340+4 TP

Bpoit
s credn

€ 3404 T>C Yectora %o

T 12 293

TC 20 488

cC 9 22.0

T ad 53.7
< 38 46.3

»TTpun 4,9% (n=2) naumeHTa Ha6HOZABAXMS MYTALWS B KOZOH
282 - c.B456>A, KoSTO BOM A0 ICMAHG MG GMWUHOKMCENMHA
uMcTenH ¢ TpoauH (p.Pys282Tyr).

CRSGA
. Cys282Tye Bpoit
C282Y HO CHTRI I

ectera %o

GG 39 95.1

Gh 2 4.9

AL o [

s¢ 976

A 2 24

»Tipy 22% (n=9) yCTAHOBUXME HYKNEOTUAHA 3GMSIHG B UHTPOH
c.892+476>A. Tasm 3amsHa He ce oTKpuBa B BasmuTe OaHHKM U
eMEeKTa W He & sceH

Epoii

CBO2HAT GoA HOCH Tead Hecrora %

GG 32 75.0

»TTpu 26,8% (n=19) aokcacxme HYKNEOTWOHA 30MAHA B
uHTPpOH €.893-44T>P

Bpoil
W CHTeH

«.893- 44 T~C Mectora %

»He yeraHosmxme xomoawrotu aa C282Y myrauusta, Ho
OTKPUXME 2 CROXHK XeTeposwroTa oT Tuna C282Y/HB3D ¢
JYectoTa bnnaka 4o nutepaTtypHarta — 4,9%

3AKNHOMEHME Hawerto npoyusaHe AOKa3BA 3G MBPBU  MBT  HAMUUME W BUA  HG
XeTepOsUroTHO HOCUTESNCTBO HO MYTAUMKU WM HYKNEOTUAHU NPOMEHUM B MHTPOHA nNpu

Ebsirapckit  NAUMEHTH
yepHopoOHK 3a6ona8aHUA

CBC CUHAOPOM HQ XeflA3HO MNpeToBapBaHe Mpu  XPOHUYHM
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CnoHTaHHA perpecus Npu KapuuHom Ha 6bbpeKa
(Cungpom Ha MeperpuH)

A-p MuneH Munes
CbAJ103 Cogpusa — obnacm

Mog cuHAapom Ha MeperpuH ce pa3bupa cCnoOHTaHHA perpecus Ha paka 6e3 nposerkaaHe
Ha HAKaKBa NPOTMBOTYMOPHA Tepanusa. Tasu perpecua MoXKe ga 6bge nbaHa (NbaAHO
N3/IeKyBaHe KaKTO OT MbPBMYHOTO OFHWULLE HA paka, Taka M OT HerosuTe MeTacTasu) uau
YyacTuyHa.

CseTu MeperpuH e 6Mn Mnag ceeleHMK OT Kpad Ha 13 BeK, KOMTO OTKpuA Ha cebe cu
6bp30 HapacTBaLy, KOCTEH TyMmop. 10 ToBa BpemMe XnpypuaTa He e MOXKena fa pewu npobrema
N MNAOMAT CBELLEHMK e pa3ynTan 3a U3NeKyBaHETO CU CaMO Ha MOAUTBU. TYMOPBT U34e3Han u
ceetn MNeperpuH aoxuean 80-rogniiHa Bb3pacrt.

CnoHTaHHaTa perpecua ce Habnogasa Hak-4ecTto npu rAMobnactom, MesiaHoM,
KapuunHOM Ha 6bbpeka.

KapumHombT Ha 6bbpeka ce cpewa y 9.7 Ha 100 000 aywm (1:10 000) — chepoBaTeNiHO e
B rpynaTta Ha peakuTe 6onectu. MpoAsABa ce € KAacuyecka TpuMaga — XemaTypusa, nogyBaHe B
nymbanHata obnact u 6onka. Ho ToBa ca KbCHM CMMNTOMM — BonectTa ce pa3BuBa 6bP30,
MeTacTasnpaHeTo € Mo KpbBeH MbT. [pyrn No-4ecTo cpewawy ce CMMNTOMW MOXKe A3 ca
aHeMMA UAM NOAULMTEMMA, apPT. XUNEPTOHUA, XUMNEpPKaAUMEMUA, CUHAPOMM OT CTpPaHa Ha
6enoapobHU U KOCTHU MeTacTasun.

3a NOCTaBAHETO Ha AMarHo3aTa 3HaYeHWe MMma obpasHaTa AMarHOCTMKa: abaomuHanHa
exorpadus, KT ¢ KOHTpacT, peHTreHorpaduaTa Npu KapumHom Ha benus gpob.

CnoHTaHHUTe perpecun npu 6enogpobHM MmeTacTasn OT KapuuHom Ha 6bbpeka ca
0KONo 1% W He ce BAMAAT OT OMNEPATUBHOTO fievyeHue. MNpu NOKANHO OrpaHUYEHU TYMOpU
OCHOBEH METOJ, Ha /ieyeHue e paguKanHata HedpekTomuA. MNpu KapumHoma Ha 6bbpeka ce
npwunara TapreTHa Tepanua — TUPO3UHKMHA3HU MHXMBUTOPK — Hanpumep Votrient. Ha To3um eTan
npunaraHaTta B 611M3K0 MMHaNo nmyHoTepanuma c Interferon u IL-2 ma Bce noBeYe UCTOPUYECKO
3HayeHue.

B KOHKpeTHMA Cly4an ce Kacae 3a MbXK Ha 65 r., Nnpy KOWMTO e OTKPUT CBET/IOKNETbYEH
KapuuHOm Ha 6bbpeKka M e HanpaBeHa HedppekTOMUA. EcTecTBEHO cnes ToBa NOANEXKM HaA
AMCNAHCepHO HabntoaeHWe, KbM KOETO MaUMEHTBLT HE Ce OTHAcA MHOro cepuosHo. Ho korato
NABa C ONJIaKBAaHWA e HanpaBeHa KOMMIOTbPHA TOMorpadua 1 ca ONUcaHu Ne3nn B NeBus 6an
Apob6. EctectBeHO e pJafeH Ha OHKOKOMWUTET M € Ha3HayeHa Tepanua — nepopanHa
(TMPO3MHKNHA3HM UHXMBUTOPM).

MauneHTbT He ce e ABMA U NO Ta3n NPUYMHA Tepanua He e 3ano4vsBaHa. MaBa 1 rogmHa
cnep ToBa 6e3 aa e npunaran abcoNtoTHO HUKAKBO neveHme. Ha KOHTPOHMA CKeHep ONUCcaHUTe
roguMHa no-paHoO MWMKPOMETACTAa3Wn Ca M34e3Hanu. JleamAta B NeBMA XWIYC He e yBenuyiuna
pasmepuTte cu. Bbnpekn 4ye NauMeHTbT He MO)Kaxa A3 Ce HanpaBAT AOMNbAHUTENHMU
n3cneABaHUA M OCTaBa CAHKA Ha CbMHEHWE, Ye N1e3unTe Ca MOTAU A UMAT U APYr NPOU3XOA.
[aHHW 3a cbnbTCcTBaLWO HenogpobHo 3abonABaHe OTCHCTBAT M CMOHTAHHATA YAaCTUYHA perpecus
Ha onucaHuTe benogpobHM Ne3nmn Npu To3M NAUMEHT e HacTbnuaa 6e3 HUKaKBa Tepanusa U He
€ HellLo HeEOYaKBaHO (Bce NaK e HabagasaHa B 1% OT ciyyauTe ¢ KapuuHOM Ha 6bbpeka).
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KHUXKHMAT Npax — pucKoB ¢pakTop 3a ceHcMbuaunsauma
npu npodecMoHaNHO eKCNOHUPAHU NnLa

L-p CeemnaH LepmeHOxcues, Om
MeduuuHcku YHusepcumem — nosdus
Bmopa kameodpa no ebmpewHu 6onecmu, CeKyus no npogecuoHanHuU 3a60a88aHUSA

Pe3some

KAMHUYHMAT CNeKkTbp Ha anepruyHuTe peakumMm npu NpodecroHasIHO EKCMOHWPAHM Ha KHWXKEH npax auua e
M3KNHOYUTENTHO Pa3HOObBpaseH — OT U30/IMPaAH afiepruyeH OTOK, TBbPAE YECTO IOKA/IM3NPaH Ha MACTOTO Ha KOHTAKTa C PUCKOBUA
dakTop OT paboTHaTa cpeaa, OO0 FeHepaM3MpPaHU U TEKKO MPOTUYALLM CUCTEMHM anepryyHu peakuum KaTo ypTuKapus,
QHIMOHEBPOTUYEH OTOK, CUHAPOM Ha OCTPa BPOHXMANHA OBCTPYKUMA, 40PN aHAPUNAKTUYEH LLIOK.

Mpu anepruyHn peakumm y npopecmoHanHO EKCNOHMPAHN Ha KHUMKEH Npax AnLa U30AMPaHOTO 3acAraHe Ha yByiaTa e
MHOro psAaKo cpewaH ¢eHomeH. Mo-4yecTo B anepronornyHaTa npakTMKa aHraXXMpaHeTo Ha ,MbiKeua” ce ABABA YacT OT Nno-
0bWMPHOTO 3acAraHe Ha HamupawmTe ce B CbCeACTBO TbKaHW M opraHM. OcBeH TOBa, € MHOIMO TPYAHO Aa Ce pasrpaHuyun
BbB/IMYAHETO HA yBY/1laTa KaTO YacCT OT FOPHUTE ANXATENHWN NBTULLA B PeaKLMA OT MPUTATUBEH TUM, OT e4HA CUCTEMHA peakLmA,
B YMATO NAaTOreHesa B3emarT y4acTue U anepruyHn mexaHmsmu. ETo 3allo cuMtame, Ye npencTaBeHUs OT HAC KAMHUYEH Cyyal C
OTOK Ha yBy/aTa Npu NpodecMOoHaNHO eKCMOHUPAH HA KHUMKEH Npax NauMeHT, MOoXe Aa Npean3BuKa MHTEepec U A3 NoCTasu
HaYyanoTo Ha egHa No-3agbnboyeHa OUCKYCUA MEXAY CreunanucTuTe-anepronosn n npodnatososmn 3a poasTa U MACTOTO Ha
HSAKOW NO-PALKO cpelLaHn GpakTopu 3a ceHCcMbunmnsaums ot paboTHaTa cpeaa.

BbBeaeHue

MN301MpaHMAT OTOK Ha yByNaTa e PAAKO CPEeLLaHO CbCTOAHME B KIMHUYHATA NpakTUKa. B noBeyeTo ciyyam OTOKBT Ha
MbIKella ce acoummpa ¢ No-obWMpeH KaTo SIOKaNM3aLma eAeM Ha MeKUTe TbKaHU Ha IMLETO U WwuATa. MoHAKora ce cbyeTasa ¢
OTOK Ha e3nKa uan obxsalia xunodapuHKCa M NapuHKCa, NpuaobuBalikM MO TO3M HAUYMH XapaKTep Ha W3BECTHWA B
nuTepaTtypaTa egem Ha KBuHke.

B peauua npoyysaHus npeobnagaBa CXBalLaHETO 3a MAMOMATUYHMA XapaKTep Ha To3u npobnem. ETMonorusaTa Ha
YBY/NIAPHUAT eAeM e A0CTa pa3HoobpasHa. Hall-061wo, uMTMpaH1Te B MeguLMHCKaTa anTepaTypa pakTopu moraT Aa ce 0606waT
B 2 rpynu — MeANKaMeHTO3HU U HeMeaMKaMeHTO3HU. MeaMKamMeHTUTE, 32 KOUTO MMa CbobLLEHMSA, Ye MOraT Aa OTK/YaT TO3U
TUN OTOK Ca: MHXMOWUTOPM HA QAHTMOKOHBEPTUPALLMA EH3UM; acnUPUH; HEeCcTepouaHM NPOTUBOBB3NANUTENHU CPEACTBa;
unpatponuym 6pomuz; rAoKo3amuH cyndaTt; ONMOUAHW aHaNreTUuMm; PEeHTTeHOKOHTPAcTHW npenapaTtu. OT rpynata Ha
HeMeMKamMeHTO3HUTe $aKTopK, 33 OTOKA Ha yBy/aaTa ce 06BMHABAT: anepreHu, U To Hail-4yecTo XpaHuTenHu (MOPCKKU Japose,
NEeLWHNLM, opexu); opoTpaxeasHa UHTY6aLmMa; GapuHIroO-TOH3UNAPHU MHOEKLMK; KaHabWC U ApyTu.

EAMHMYHM ca cnyyvaunTe, 3a KOMTO B MeAMULMHCKATa nTepaTypa ce cbobLiaBa, Ye aHIMOHEBPOTUYHUAT OTOK MOXKe Aa
ce OTK/IIoYM NPU NALMEHTU, CEHCMBUAU3MPAHN KbM KHUKHMA Npax. TOW e U3BecTeH anepreH, HO MexaHM3MuUTe Ha AelcTeBue ca
He Camo CneacTBuMe OT CEeHCUBUAM3MPAWMAT My edeKT. MpaxoBMTe YacTULM OKA3BaT M KOHTAKHO-MPUTATUBHO Bb3AENCTBME
BBPXY /IMraBUL,ATa HA TOPHUTE AMXaTeNHM NbTULWA. 33 Cly4an Ha M30/IMPaH OTOK Ha yBy/iaTa npu NpodecroHaNHO eKCNOHUPaHU
Ha KHUXXEH npax nuua, ce 3Hae olle No-mManko. Takmea cayyau B AOCTbMNHATa MegMLUMHCKA iMTepaTypa noyTtyu Aunceat. Toswm
$aKT HM NPOBOKMpaA Aa uscnenBame U NpPeacTaBUM Cayvyail Ha NPOPecMOoHANHO eKCMOHUPAH Ha KHWMKEH Npax NauueHT, npu
KOMTO OTOKBT Ha yBYy/aTa e 06eKTMBM3NPAH KaTo n3onnpaHa Gopma Ha U3sBa Ha anepruyHa peakums.

KnuHuueH cnyvaii

MbK Ha 48 r., xocnutanusupaH B OtaeneHneto no lMpodecnoHanHu 3abonasaHma u Anepronorma kbm YMBAJ
,CBetn Feoprn” (Mnosgus) npes m. pespyapu 2011r.

OKoH4YaTe/IHa AnarHosa

PeuunanBMpall, aHIMOHEBPOTMYEH OTOK Ha yBY/laTa CbC CMeCeHa eTnosorus (butosa u npodecmoHanHa).

Matepuan n metoam

1. NpodecnoHaneH maplipyT U aHamHe3a 3a pMckoBM dakTopu oT paboTHaTta cpepa: Obw, TpyaoB cTaxk 28 r., OT
kouto 15 r. yuuten no ¢pusKynTypa, 2 r. ctpyrapo-dpesnct, ot 1994r. e ynpasuten Ha pupma. B exxegHeseH npodecnoHaneH
KOHTAKT C XapTUeHW maTepuanu u NPoayKTu.

2. Obwa v cneunduyHa anepronormyHa aHamHesa: [lebiot Ha 3abonasaHeTo Npe3 m. AHyapu 2010r, koraTto ce byam
npes HOLLTa C YYBCTBO 3@ OCTbP HEAOCTUT Ha Bb3AyX, napelua 60/1Ka B rbp/ioTO M MacMBEH OTOK Ha ,MbXeua”. MaumMeHTbT cam U
cnep ornef ot Cbrpyrata My yCTaHOBABAT, Ye yBY/1aTa € C OTOK KOJIKOTO ,NPBCT HA pbKa”. [Jo XOCNUTaNn3MpPaHETO My MMan oLe
ABa Nofo6HM MHUMAEHTa. MauueHTbT 3abennsan, ye U B TPUTE CAy4Yas, OTOKBT Ce MPEAXOXKAa OT MacMBHA €KCNo3uuuAa Ha
KHUXKeH (xapTueH) npax npe3 geHA. MHUMAEHTUTE He ce CbMbTCTBAT OT APYru afepruyHn cUMnTomu. MaumeHTsT cbobLiaBa 3a
4ecTo ,XbpKaHe” u ApasHeHe B rbpaoTo. Cnes KOHCYNTALMA NPU CNeuuanncT-anepronor e HasHaveH H1-6nokep, npuemsT Ha
KOWTO A0OBeN [0 NOCTeNeHHO OT3BYYaBaHe Ha OTOKa. Mpu TpeTus MHUMAEHT, obaye, TbiA KaTo OTOKLT 6UA U3paseH, ce Hanara
OOMbAHUTENHA MeAMKaALMA C agpeHaNnH U KopTUKocTeponamn. HAma JaHHM 32 MeguKaMeHTO3Ha U MHCeKT-aneprua. He ctpaga
oT 3aBucumocTn. He npnema ACE-nHxmbutopm.

®amunHa obpemeHeHoCT: HeobpemeHeHa paMuIHa aHaMHe3a NO OTHOLIEHUE UMYHO-aNepPruuHn 3abonasaHma.
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PuckoBu dakTopn M3BbH paboTHaTa cpeaa: ,6mew” nyway. OT 2 . NpeycTaHOBABA THOTIOHOMNYLIEHeTO. He KoHCcymupa
ANKOXON.

3.06eKTnBHO cbCToAHME (PU3MKaneH cTaTyc): 3anaseHo o060 CbCToAHUE. ACHO Cb3HaHMe. AnekBaTeH. ApebpueH.
Po3oBu Koxa 1 BuaMmu anrasmum. Eauk n rosop — 6e3 ocobeHocTu. JIoKaneH CTaTyc — yMepeHo M3paseH OTOK Ha ysysarta.
[obpe pa3suTa rpbaHa M KOpemHa MycKyaaTtypa. LIMKaTpuKcK oT onepaTMBHM MHTEpPBEHLMM B gacHa aymbanHa o6nacT cieq
NnoHeceHa nopesHa paHa M Ha rppba — B AACHO A0 rpbbHayHMA cTbAb Ha HuBO J14-/15. NepudepHn AMMPHU BbIAU He ce
nannupar.

[nxatenHa cuctema: emdpu3eMaTtoseH rpbaeH Kol. XMNepCoHOpPeH MepKyTopeH ToH. [BycTpaHHO oTcnabeHo B
6enoapobHUTE OCHOBM BE3UKYNAPHO AWLIaHEe. XpUMOBE He Ce ayCKyATMpar.

CbpAeyHO-Cb0Ba CUCTEMA: PUTMMYHA CbpAedyHa AeMHOCT, HopmodpeKkBeHTHa. CbpaeyHa yectota — 72 ya/MuH.
FNyxu cbpaeyHn ToHoBe. ApTepmanHo HanaraHe: 120/80 mmHg. Cykycuo peHanuc agycTp. (-) oTp. Kopem — Hag HUMBOTO Ha
rPbAHUA KOW , MeK M Hebosie3HeH Ha nannaums.YepeH apob — Ha pebpeHa abra. Cieska He ce onunea.

KOCTHO-MYyCKyHa cucTeMa — MpaBMAHO Pas3BuTa.

4. InarHoCTUYHM Npoueaypu:

XemaTonornyHu mnscneasanus: RBC 5.06 T/I, HGB 147 g/l, WBC 7.0 G/I, HCT 0. 483, MCV 95.5, MCH 29.1, PLT 244 G/I,
ESR 33 mm. AndepeHumnanHo bpoeHe: Sg. 52%, Mono 6%, Lymph 42%.

Buoxnmununu nscnegsanua: gluc 9.9 mmol/l, t.prot 71g/l, alb 41 g/I, t.bill 5.0 mkmol/l , UR AC 189 mkmol/I, urea 4.9
mmol/l, crea 80 mkmol/I, chol 5.1 mmol/l, HDL-chol 1.04 mmol/l, trigly 1.63 mmol/I, AST 22 U/L, ALT 41 U/L.

MMyHONOMMYHM n3cnenBaHmaA: HUBO Ha obwm Ur.E (Tot. IgE) 7.17 IU/mL (pedepeHTHm rpaHmum 1.31 —165.3 1U/mL)

KokHo-anepruyHm npobu (tabn. 1): O6eKTMBM3NpPa ce CEHCMBUAN3ALMA KbM AOMALIEH U KHUMKEH Mpax.

Tabn. 1 Tab6n. 2
Aneprexu 20 MUH. |24 yaca Mokasatenu |AKrtyanHu croiiHoctn|% (ECCS)|Cneg 6poHxogunatop (%)

1| A, govawe npax | 8/8 |/-/ otp.|| QuHaMU4HK
2| Anyxnepa | /-/otp. |/~ otp.| | FVC 1 5.91 119.3 4.5599.0 +15.93
3 [, KaHaMAWH FEV 1.0 1 4.10 102.9 3.4797.3+22.24
4|  Birpesen |/ om. |/-/ orp.| |FEVINC % 60.28 76.7 75.0899.2 +25.23
5| B, awpsecer—1 |/-/ otp. |/-/ op.| | PEF 1/s 10.18 109.2 10.74 123.5 - 5.65
6| B, abpseceH—2 |/-/ oTp. MEF 50% 1/s 2.49 48.8 3.6278.0 +53.75
7 B3 nponeteH /-/ otp. |/-/ otp. MEF 25% 1/s 0.33 15.0 0.63 35.2 + 28.36
8 B4 Nnetex /-Jotp. | 6/8 CratnyHmn
9| BsKbcHo neten | /-/ otp. |/-/ otp. || VC 1 6.80 131.7 4.6296.7-3.35
10|Oepmatodaromaec| /-/ otp. |/-/ otp.| | TLC 1
11| KHwKeH npax 8/8 |/-/ otp. ITGV/TLC %
12 KoHTpona /-/ otp. |/-/ oTp. RV/TLC %

Ninuesa nynmorpadusa: peHTreHOBM AaHHM 33 nepubpoHxmanHa ¢ubposa B ocHoBUTE. XWMAYCHA M KpanxuaycHa
KOHrectns. CBoboaHM K.4. cMHycK. CbpLecboBa CAHKA C HopmasiHa dopma 1 pasmepu.

OnpepensHe Ha BUTaNeH KanauuTteT (cnupometpus): Tabn. 2

3akntoyeHne: HopmanHa 6enogpobHa BEHTUNALMA NPY NOKOW. TeHAEHLMA KbM HavanHa nepudepHa obCTPyKLMA CbC
CHUKeHne Ha MEF 25 n MEF 50. KoHcynTauma cbe cneupanucT YHI: MHAMpPEKTHA NapuHrockonusa — 6e3 AaHHM 33 OTOK Ha
NAapUHKca; GapuMHIoCKoNuA — BCe OLLe MMa He3HAUYUTeNeH OTOK Ha yBynaTa.

TepaneBTMYHa cxema: 1. MHKeKumMa Ha cTepong — Dexamethasone x 4 mg. i.m. 5 gHeBeH Kypc; 2. MHXEKUMOHEH Kypc
¢ H1-6nokep (cnes otumtaHe Ha KAM) — Allergosan x 20 mg. i.m. 5 aHn. H2-6nokep — Famotidine 2x 40 mg.

M3xop4 OoT XxocnuTanusaumaTa: U3nucea ce ¢ KAMHUYHO NogobpeHne, CbC 3HAUYMTENHA PeayKUuMa HA YBYNApPHUA OTOK.
MpeanucaH aHTUXMCTaMUH 33 JOBBPLIBAHE HA 3aMOYHATUA TepaneBTUYEH Kypc B KOMBUHauma ¢ H2-610Kep, o6wo 10 aHu.

O6¢cbKaaHe

KHUXHMAT npax e eguH OT Hai-pasnpocTpaHeHuTe anepreHn. CeHcubuamsmpalmaT my edekT e cneacrtsme or
CbAbpsKalLMTe ce B Hero pasHoob6pasHM asepreHn M KOMMOHEHTU — MUKPOKBPAEXKM, MAECEHWU, HANIMUHW U MOAYUYEHU Npu
o0b6paboTKaTa Ha xapTmATa cybCcTaHLMKM OT AbPBECUHA C anepruyeH noTeHuuMan u apyrn. OT gpyra cTpaHa NpaxoBuTe YacTULM
OKa3BaT M MpuTaTMBEH edeKT BbPXY NMraBuLLaTa Ha rOpPHUTE AUXATENHU MbTULLA. PUCK OT pa3BUTME Ha anepruyHn peakuuu e
Ha/sMue Npy NauueHTH, NPpodpecMoHanHO eKCNOHMPaHM Ha KHMMKEH Mpax, KakTo M Ha MNPOAYKTM, NMPOU3BEAEHN OT Pas/inyHK
AbpBECHW maTepuann. HesaBMCMMO OT TexHOoMOorMATa Ha npepaboTka M NPOM3BOACTBO, CEHCUBUAM3UPALLMAT edeKT Ha Tesn
cybCcTaHUMK ce 3ana3Ba, oLe NoBeye, Ye KbM TAX ce A06aBAT U Apyry nNpenapatv NpuTeKasaly MPUTATUBHO M aneprusmnpaLLo
AeicTBue — MbAHUTENU, CTabUAN3aTOPU, KOHCEPBAHTU, aPOMAaTU3aTOPU U T.H.
Ha Tabn. 3 ca npeacTaBeHn KputepuuTe, KOUTO 06EKTUBM3NPAT ponATa Ha NpodecMoHanHNUA GaKTop B eTMONOTUA Ha
anepruyHute npobaemm, AMarHOCTULMPAHN NPU NaLMeHTa.
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Te CbOTBETCTBAT Ha yTBbpPAEHWTE B NpodnaTonoruata Kputepun 3a NoTebpKAaBaHe npodecroHanHaTa eTMoNorvsa Ha AafeHo

3abonasaHe.
Tab6n. 3
Tpynoso-xurneHeH ETnonornyHun paktopm KAnHWnaHM npossu lpaTnceH nepuop, Ycnosua 3a npusHasBaHe
Ob6eKkTnsmsmnpa AnepreHun,CbabpKaLLN ce B KHUXKHUA 1) OTOK Ha 1) 3a atonuum — 1) fokaszaH
ynpaxkHABaHaTa npax. yBynaTa; He e Heobxoanm npodecnoHaneH KOHTaKT;
npodecuns n TMNUYHUTE 2) Hepgoctur Ha | 2) OcraHanuTe dopmu 2) NapakAvHUYHK
PUCKOBM AENHOCTH. Bb3AYX; —-otlim. pgolr. nscnenBaHuA:
3) XbpKaHe; - IOP cratyc
4) Napewa 60s1ka -oung
B MbPAOTO; - KAT
5)CyxoTta - cneunduyHmM aHTUTENA
Ussoau:
1. OTOKbBT Ha yBynaTa npu nNpodecmoHasHa eKCNo3ULMA HA KHUXKEH Npax e pAAKO CpelaHa, HO He U HEBB3MOXKHA B

KNIMHUYHATa NPaKTUKa aneprmyHa peakuyuAa.

2. HesaBucMMO OT 06CTOATENCTBOTO, Ye NPU NPeAcTaBeHMA OT Hac Caydal efembT Ha yByaaTa He ce Npuapy)Kasa oT
OpYrY anepruyHn NposBM, YecToTaTa U CTEMeHTa Ha HeroaTa M3sABa Ca (GaKTOpPU NPUYMHABALM AUCKOMOOPT B
eXXeHeBMeTO Ha NauMeHTa, YeCTO Bb3NPenATCTBALLM U3BBPLUBAHETO Ha 0b6UYaliHMTE 3@ Hero nNpodecmoHansHu 1
6uToBM gEenHoCTK.

3. [pepactaBeHMAT OT HAC C/y4al CBUAETENCTBA HE CaMO 3a U3K/IIOUUTEIHO MbCTPUAT KNMHUYEH CNEKTbP Ha anepruyHn
NpoABW, HO M 33 ronsamaTa posa Ha npodecuaTa U CBbP3aHUTE C HEA PUCKOBE KAaTO OTK/IOYBALLM afnepruyHata
CMMNTOMATHKA paKkTopu.
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TOKCUYHOCT Ha IMTUA Npu 6MTOBa U NPOodEeCUOHANHA eKCNo3ULUA —
pAAbK GpeHoMeH unm peanHocT?

[1-p CeemnaH [epmeHOncues, Om
MeoduuuHcku YHusepcumem — nosous
Bmopa kamedpa no eempewHu 6onecmu, CeKyus rno npogecuoHanHuU 3a60a958aHUA

Pe3some

OcTpaTta TOKCUMYHOCT Ha INTUA e CNeACTBME NPEeAUMHO OT eQHOKpPATEeH MPMeM Ha npenapata B TOKCUYHM [03U Npu
CAYYaNHU UAWU NpeayMmuLLAeHn (cyuumaHun) 6uToBu MHUMAeHTU. Mpeasua TACHaTa TepanesTUYHa WKMPUHA 06aye, KAMHUYHK
CMMMNTOMM Ha OCTpa WMHTOKCMKALMA MOraT 4a ce M3ABAT M Npu 403u, 64M3KM fo TepaneBTMYHMTe. OCBEH TOBa, peamua
3a60NABaHMA W NEKapCTBEHW  B3aMMOAEUCTBMA  (TMAsMAHM W KaNMA-CbXPaHABAWM  AMYPETUUM, HEecTepougHu
nNpoTUBOBbB3NaNUTENHU cpeacTBa, ACE-MHXMbUTOpK M Ap.) moraT ga peayuupat 6bbpeyHns KAMPBHC Ha AUTUA, 4@ NOBMLLAT
3HAYUTE/IHO HEroBUTE MAA3MEHN HMBA U yBEAMYAT TOKCUMYHOCTTA My. MI3BECTHO e, Yye NMTUEeBMTe npenapatv ce U3non3saT B
ncuxmaTpuyHaTa NpPaKTUKa 3a IeYeHme Ha peanua 3abonaBaHMA U CbCTOAHMSA — 33 KPAaTKOTPAMHO fieyeHne U NpodunakTUKa Ha
MaHWUMHW enu3ogM, 3a AbAroTpaHa npodunakTMKa Ha 6MMNoNapHO pPasCTPOMCTBO, KaTo [AONb/Bala Tepanua npu
WK30aPEeKTUBHO Pa3CTPOMCTBO U LWM30DPEHNA C arPeCcUBHOCT, 33 NOTEHUMPAHe Ha aHTUAENPECUBHUA OTIBOP MPU IeYeHUE C
TPULMKANYHU aHTUAENPECAHTU U 4.

N pokaTo edpeKTUTe Ha OCTPa TOKCMYHOCT Ha IMTUA ca Aobpe onucaHM B AOCTbNHATA MeAMLMHCKa InTepaTypa, To 3a
HeroBaTta XpOHWYHA TOKCMYHOCT NPOYYBaHMATA Ca CPAaBHUTENHO MAJIKO Ha 6poit. Tasn KOHCTaTauma e BauAHa C OLLe No-ronama
cuNa 3a Heb61aronpUATHOTO Bb3AENCTBUE HA INTUEBUTE CbeAUHEHUSA B YCIOBUATA Ha NPOdEeCcnoHaNHa eKCno3nums.

KniouoBu aymum: nMTnin, TOKCUYHOCT, NpodecnoHanHa eKCno3unLma, pPUCKOBM rpynum

BbBeaeHue

MpUNOKEHNETO Ha IMTUEBMA KapboHaT e fo0bpe MU3BECTHO Ha CneunanmucTuTe-NCuXmMaTpu. Kato nekapcteeH NpoayKT ¢
NCUXOTPOMHO AENCTBME TOW € NOKa3aH 3a JieyeHre Ha OCTpaTa MaHWaKaaHa Bb3byaa M npeaoTepaTaBa adpeKTUBHUTE NPUCTBNN.
OCHOBEH MPMHLUMN B TepanuaTa C IMTUEBN MeSMKAaMEHTU € MOHUTOPUHIA BbPXY CEPYMHOTO HMBO Ha /IMTUA, KOETO onpeaena n
HeroBata TOKCMYHOCT. HeobxoamMmo e Aa ce nosHaBa dapMaKOKMHETMKaTa Ha AUTUEBWUTE NpenapaTv, 3a Aa ce msberHat
HeXKenaHuTe edeKkTn NPU B3aMMOLENCTBMA C NpenapaTn oT Apyrn GapMaKoorMyHK rpynu.

M pokaTo ocTpata TOKCMYHOCT Ha NnMTMA e gobpe npoyyeHa, Nopaan HepaLKOo CpelaHuTe B NPaKkTUKaTa Kasycu Ha
CNyYaeH MW YMULLAEH MPUEM Ha TOKCUYHWM A03U (NpesMMHO Npu MauMeHTU C NCUXMYHM 3a60NsSBaHMA), TO B YCAOBMATA Ha
npodecroHanHa eKcno3uuma MNoYTM JIUMCBAT AaHHM 3@ OCTPU MHTOKCMKALMKW. 3a CMeTKa Ha TOBa, 33 NPOABMAKUTENHOTO
Bb34ENCTBME HA NINTUA U HErOBUTE CbeAWHEHWA, BKAYMTENHO U NpW Anua, B 6UTOB M NpodecuoHaneH KOHTaKT C UTUN,
Npoy4yBaHUA MMa, Makap U He MHoro. Hali-o6wWwo B cneyuanusmMpaHaTa mMeauUMHCKA MTepaTypa TOKCUMYHOCTTA Ha UTuA B
YCNOBUATA HA OCTPA M XPOHMUYHA EKCNO3uLMA e npeacTaBeHa Ha Taba. 1.

Tabn.1 KAMHUYHK CMMNTOMMU, CBBP3aHN C INTUEBA MHTOKCUKaAUMNA

OpraH/Cuctema OcCTpa MHTOKCUMKaUuua XpOHWYHA MHTOKCUKALMA
EHOOKPWHHA He ca n3secTHun Xvnotupeonansbm
lacTpouHTecTMHaneH TpakT  |lajeHe, noBpblyaHe MuHUManHu
Copue YabakeH QT-uHTepBan, ST T npomenn MuOoKapanTH

XemaTonornyHu HapylieHuma

JleBKOUMTO3a

AnnactuyHa aHemusa

HepBsHa cuctema:
- NeKn
- ymepeHu

- TEXKU

CvTeH Tpemop, 3amasHocT, cnabocT;

Anatus, pasgpasHUTeNHOCT, xuneppedaeKkcus,
MYCKY/IHU CMa3mu, HECBbP3aHa pey,ym B yLIuTe;
XopeoaTeTo3HW ABUKEHUA, KNOHYC, KOMa, 06bPKBaHe,
MYCKY/IHa CBPbXBb36YANMOCT, rbpyoBe

NOEeHTUYHN
NOEeHTUYHN

MNametos gedunumt, MapkuHcHoBa 6onecr,
uepebpaneH ,nceBaoTymop”, ncnxosa

HeBpo-MyCKyAHM HapyLeHus

Mwonatus, nepudepHa HeBponaTus

UOEHTUYHN

Bvbpeumn

HapyLlueHus B KOHLEHTpaLMoHHaTa GpyHKLMA

XPOHWYEH MHTEPCTULMANEH HEPPUT, UHCUNUAEH
anabet, 6bbpeyHa HeJOCTaTbYHOCT

Koxa

He ca nssectHun

[lepmatuTu, 1oKaNn3npaH egem, yauepaumm

q)aKTOpM, nosullaBalln pUCKa OT NUTUEBA TOKCUYHOCT: aHOPEKCUA, KUCTUYHa ¢M6p033, HamaneH ed)eKTMBeH

UMpKynaTopeH obem (LMpo3a, 3acTOMHA CbpAevHa HeLOCTaTbYHOCT, HEPPOTUUEH CUHAPOM), UHCUNUAEH AnabeT, amabetec
Me/IUTYC, FacTPOEHTepPUT, MHOEKLUMWN, MeAMKaLMA C UHXMBUTOPU Ha aHrMOTEH3UH-KOHBEPTUPALLMA EH3WMM, LMKAOCMNOPUH,
ANYpeTMLM (TUa3UaHM U KaJMINCbXPaHABaLLM), HECTEPOUAHM MPOTUBOBB3NAAUTENIHU CPEACTBA, TETPAUMKANH, Npeso3mpaHe,
bbpeyHa MHCyOUUMEHLMS, WINM30PPEHMA, XMPYPIUYHM UHTEPBEHLMKN, HAaMasIeH MPUMEM Ha HaTPWUiA C aueTaTa.

-121 -



CBOPHMUK C MPE3EHTALIUM U MOCTEPU

B YCNOBUATa Ha HpO¢ECMOHaﬂHa ekcnosnumAa, ot I'I\/6}'IMKyBaHM A0 cera n3cnegBaHnA Ca Hanumue OaHHWU 3a NOA403UPaH

PUCK OT TOKCMYHO Bb3AeNCTBME HA INTUA NPU CAeAHUTE KOHTUHIeHTU PaboTHMLM: B MPOM3BOACTBOTO Ha 6aTepum 3a MOBUAHK
YCTPOWCTBA, B aTOMHWTE LEHTPanu, LEeHTpoBe W nabopaTopuu 3a AApPeHU M3CNeABaHWsA, B CTbKNAPCKOTO UM KepamMWyHO
NpPOW3BOACTBO, B MPOM3BOACTBOTO Ha ONTUYHWU U3AE/MA, CBbP3aHN C NPOM3BOACTBOTO, Pa3npOCTPaHEHNETO U ynoTpebaTa Ha
bYHIMUMAN ChbAbPNKALLM IUTUI, B aBTOMOBUIOCTPOEHETO U CAMO/IETOCTPOEHETO B NPOdECcHOHaeH KOHTAKT C IMTUEBU CMIaBH,

B aKyYMY/JIaTOPHOTO NPOW3BOACTBO, dapmaL,eBTUYHATA NPOMMUILIEHOCT, NPOU3BOACTBOTO M ynoTpebaTa Ha MUPOTEXHUYECKU

cpeacTtsa U ap.

B Tabn. 2 ca OTPa3eHU HexXenaHUTe NEeKapCTBEHU peakuun no Bpeme Ha TepanuAa C ﬂVITVIVI, KOUTO Ca CBbp3aHU C
nosulaBaHe CepyMHUTE KOHUEHTPAUWUN Ha IUTUA U UHAUBUAYANHATA YYBCTBUTE/THOCT KbM JIMTUEBUTE NpenapaTtn

Tabn. 2
LLHC/HeBpo-mycKyneH CbpaeyHO-cbA0BA lacTpo-uHTecTMHaneH OtgenutenHa Koxxa LinToBUAaHa Knesa
anapart cuctema TPaKT cuctema
Tpemop Aputmusa 3aryba Ha anetut Tniokosypus Anoneuus EytupounaHa
KnoHWYHM repuose MoHWKeHo lapeHe MoHWKeH MoHWMXeHa KoKHa | cTpyma n/vnn
MoBuLEH MYCKyNeH TOHYC | apTepuanHo MospbLyaHe KpeaTUHWHOB YYBCTBUTENIHOCT | XMMOTUpPeEO-
3aryba Ha pasHoBecue HanAraHe Onapwua KAVPBHC AKHe VMAN3BM,
Xuneppednekcus MNepudepeH OTOK Ha CNtoHYeHUTe AnbymuHypuma XpoHuyeH NOHW)KaBaHe
EkctpanupamungHa LMpKynaTopeH Xnesm Onurypua donurynmnt CTOMHOCTUTE Ha T3
CMMNTOMATUKA Konanc AbnomuHanHa 6onka CumnTomm Ha MNcopuasuc nT4
MameToBM HapyLleHnA Bpagukapgma 3acuneHo 6e3BKyceH anaber leHepanusnpaH
XantoumHaumm TexKa cuHycosa caoHooTAeNnAHe cbpbex
MwuacTteHua rpasumc 6paavkapama oo MeTeopunsbm Ynuepaumuu
O6bpKaHOCT, conop, KomMa | CMHKonN AHrnoegem

Ussoaum:

1. ToKcnyHWUTE edEeKTU Ha /IMTUA B YCIOBMATA Ha OCTPA EKCMO3ULMA U Bb3MOMKHUTE PWUCKOBE NPV Tepanusa C JUTUEBMU
npenapatu ca fobpe npoyyeHu, KOETo nNpeanosiara U No-ronama eGpekTMBHOCT Ha YTBLPAEHUTE B KNMHUYHATA NPaKTMKA
AenypaunoHHO-AETOKCUYHN MEPONPUATUA U edebHU cxemu.

2. 3@ XpOHMYHATa TOKCUYHOCT Ha JUTUA U HEroBWUTE CbeAMHEHWs, CBbP3aHU C TAXHOTO NPOLAB/KUTENIHO Bb3AENCTBUE,
ocobeHo npu NpodecnoHaNHO EKCNOHMPAHM NLA, NPOYYBAHUATA Ca BCE OLLe HeAOCTaTbyYHU. B BMUTa M npomuliieHOCTTa
HaBNM3aT BCe MOBeYe MATepuannm U TEXHONOMMU, CbAbPXKALM JUTUEBU CbEOUHEHUA, YUMTO HebnaronpuaTHU edeKktn
BbPXY YOBELUKOTO 34paBe Ca BCe OLLe HEU3BECTHN UK Hegobpe npoyyYeHu. ToBa 3HAYUTENHO OrPaHMYaBA Bb3MOXKHOCTUTE
33 epeKTUBHO NOBANABAHE HA TOKCMYHOTO Bb3AENCTBME, OCOBEHO B HaYasHUTE CTaguKn, KOETO Ce CBeXAa NpeavmMHo 40
npunaraHe Ha CMMNTOMaTUYHU CPeACTBa.

3. EdekTvBHaTa NpoduNaKTUKa Ha PUCKA OT TOKCUYHU YBPEXKAAHUA B YC/NIOBUATA HA MO-NPOAB/INKUTENHA nNpodecnoHanHa
eKcrnosuuma M3nckea onpegensHe 6asvCHOTO HMBO M MOHMTOPUPAHE CEepyMHaTa KOHLEHTPauua Ha /NUTMA, a TOoBa €
CBbp3aHO ¢ obe3neyaBaHe Ha MeAMUMHCKUTE LEHTpoBe, 0bCayxBawm paboTewmte B PUCKOBUTE MPOM3BOACTBA CbC
CbOTBETHaTa anapaTypa W CneLmannctTi no NpodpecnoHaNHN MHTOKCUKAL MM,

4. [obpoTo no3HaBaHe Ha HebnaronpuATHUTE epeKTU Ha NUTUA U HEFOBUTE CbeMHEHUA KaTo pUCKOB GaKkTop Ha paboTHaTa
cpena cneaga aa 6bae npuoputeT Npu paspaboTBaHe Ha epeKTUBHM NPOrpamm 3a NPEBEHLMUA Ha IUTUEBATA TOKCUYHOCT
cpes, npodecnoHanHO eKCNOHUPaHU Ha INTUI InLa.
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ANKoXon u cymumuaHo noseaeHue

A-p Uso Mumpes, [-p CeemnaH LepmeHOncues, Om
MeduuuHcku YHusepcumem — nosdus

Pesome:

Mpe3 nocnegHUTe rogvHU 3HAYMTENIHO HapacHa OPOAT KAKTO Ha 3aBMCMMWMTE KbM aJIKOXON /iMUa, TaKa M C/ly4auTe Ha
camoybuiicTBa M ONUTK 3a TaKMBa Cpes, CUCTEMHO ynoTpebsaBalumTe afkoxon. To3u npobsem e akTyaneH M 3a HawaTa cTpaHa. B
HaCTOALLOTO M3CcaenBaHe CM MOCTaBUXME 33 Len Aa NPOoydYMMm anKkoxosiHaTa 3a1o0ynoTpeba u ynotpebarta Ha ankoxon no Bpeme Ha
CYMUMOHUA ONUT NPU LA, U3BBPLUMAM ONUT 3a CamoybUIACTBO Ype3 npeaHamMepeHO CamMOoOTpaBAHE, KAaTo e OMUCaHo M
NPWUIOXKEHOTO SIeYeHne Ha KOMBUHMpPAHaTa OCTPa MHTOKCUKaLMA .

KnrouoBu aymu: ankoxosiHa 310ynoTtpeba, CyuumaeH pUCK, aJIKOXOIHA MHTOKCMKaUUs

BbBeaeHue:

OTHOCMTeNHaTa BAXKHOCT HA 3aBMCMMOCTTA KbM aJIKOXO/ Bapupa 3HAuYUTENHO B OTAENHWUTe CTpaHu. Hanpumep
anKkoxosiHaTa 3noynotpeba He ce pasrnexaa opuumansHO Kato Npobaem B UCAAMCKUTE CTPAHM, JOKATO B APYrK CTPaHM, KaTo
M3TOYHOEBPOMNENCKNUTE, aNKOXOMbT € MOLLEeH JonpuHacaAL, ¢pakTop 3a CyuuuaHoO nosedeHwe. B noseyeto CTpaHM Mo cBeTa
(Hanpumep B MHOro OT cTpaHuTe oT 6uswmMa CCCP) cbliecTBYBa NO3UTMBHA BPb3Ka MEXAY a/IKOXO/IHATa KOHCYMaUWsA Ha rnasa
OT HaceneHneTo U cymumaHata yectota. B CALL yBennyeHMeTo Ha KOHCYMaLMATA Ha asKOXO/ Ha r/naBa OT HaceneHMeTo e
3HAYMMO CBBP3aHO C LANOCTHO NOBULLEHME HA YeCcToTaTa Ha camoybuiicTBaTa — yBEIMYEHUETO Ha a/JIKOXONHATa KOHcyMaumsa ¢ 1
NINTbP FOAMILHO NOBWULIABA CynumaHata yectoTa ¢ 3%, a 3a Bb3pacTHUTE Hag 65 rognHm — c 5%. HenocneposatenHute
pesynTaTM OT enuaemMMONIOTMYHUTE MPOYYBAHUA BbPXY Bpb3KaTa MeXAY aNKOXO/lHaTa ynoTpeba M cymumaa codat, ye
MHOEeCTBO COLMOKYATYPaNHN U cpefoBu GaKTOpW MOBAMABAT CYMUMAHUTE YEeCTOTU U Ye pe3ynTaTuTe, NOJIyYeHW B efHa
CTpaHa, He BUHArM ca NPUAOKMMU 3a Apyra. M3noxeHuTe no-AoNy AaHHM ce OTHAcAT NpegMMHO 3a 3anafHoeBponenckuTe
cTpaHn n CALL.

MHOroKpaTHO B Hay4yHaTa /AuTepaTypa ce nojyeptaBa BpPb3KaTa MeXAy asKoxonusbm M camoybuitictBa M onutu 3a
camoybuiictea. Okoso 90% OT xopaTa B 3amnagHWUTe CTPaHM ca ynoTpebaBanu a/sKOXON HAKOra npes usoTa cu, a npu 40%
ANIKOXONTBbT € J0BEN A0 BPEMEHHM WA NOCTOAHHM NPobiemu B HAKOA 06/1acT Ha KuBoTa. Mpu okono 30-40% OT cymunaHuTe
OMUTH, U3BBPLLEHN OT MbXKe U 15-20% OT onnTUTE 3a CaMOyBUINCTBO, M3BBPLLIEHM OT }KEHUM Ce Kacae 3a a/IKoxo/Ha 3/10ynoTpeba
nnm 3asucumoct. Okono 30% OT 3aBUCMMUTE KbM a/IKOXO/ MPABAT ONUTM 33 CamoybuiicTBO, a cnopes, HAKOM AaHHu 18 % oT
A/IKOXOJ/THO 3aBUCMMMWTE MPUKIIOYBAT KMUBOTA CU CbC CaMOybUICTBO. OTHOCUTENHUAT NOXKMBOTEH PUCK 3@ CaMOybuMIACTBO npu
A/IKOXO/IMLM e cefieM NMbTU MO-BUCOK OT TO3M B obuwata nonynauusa. Okono 80-90% oT cymumamte Npu anKkoxosHO H60HKU ce
M3BbPLIBAT OT MbXKe, NPOLLEHT, KOMTO A0 roaAAmMa cTeneH OTpas3fBa NOJIOBOTO CbOTHOLIEHWE MpPU a/IKOXOJIHATa 3aBMCUMMOCT.
YcnewHo camoybunute ce ankoxo/HO 3aBUCMMM ca MPeAMMHO Ha cpefHa Bb3pacT, HecemelHW, 6e3 npuatenun, coumanHo
M30/MpaHn M noHactoAwem nuewy. CyMUMAHUAT PUCK NpU HeynoTpebasawmte e MHOrO peayumpaH. Ynotpebasawmte
3aBUCMMM OT A/IKOXOJ1 Ca OTHOCUTE/IHO HEeAOCTbMHM 32 IeKyBaLLMTe JIeKapy 3a Le/inTe Ha CyuumaHaTa npeBeHuma.

3HauMMOCTTa Ha JenpecuATa KaTo pPUCKOB GaKToOp 33 CyMUMAHM ONMUTM MpPU aNKOXO/IMLM € OTAABHa M3BecTHaA.
KomopbuaHocTta urpae Ba)KHa poAA, NMOCTaBANKM 3aBUCMMUTE KbM afKoXon ¢ KomopbuaHa genpecusa nog ocobeHo BUCOK
cynumaeH puck. 3noynoTtpebaTa ¢ ankoxosn MOXKe Aa ce Ab/IXKM U Ha ONUT Ha MHAMBMAA Aa Ce CamMOJieKyBa Npu noasealla
Aenpecua WAn Apyro MNCUXMYHO pascTpoicTBo. [enpecuAata obave He e eguHCTBeHWA baKTop, onpegenaw, CyMuuaHOTO
nosesieHNe Mpu ajKoXO/HO 3aBUCUMMUTE M MOXe Aa B3aMMOAEWCTBA C Pas/IMYHM APYrM NMPOMEHAVBWU. [pyrn cynunaHu
nNpegnKTOpU cpef, anKoXOAUUMUTe, OCBEH JenpecuATa Ca: CKOPOWHO TEXKO MUeHe, CYMUUAHW MWUCAKU, Nowa coumanHa
noAApbiKKa, XuBeeHe cam u HespaboTuua. KonkoTo moseye TakvMBa pUCKOBKM PaKTOpWU ca Hanuue, TONKOBA MO-TONAM e
CYMUMOHUAT PUCK cpef, 3aBUCUMUTE OT a/IKOXO/. ANKOXOMbT yBeAMYaBa MO3BYHUA CEPOTOHWUH KPATKOTPAMHO U CynuMaHUTE
aNKOXo/MMLUM onuTBaT ga obsekyaBaT cMmnToMUTe uypes ynotpeba Ha ankoxon. ETMNosuAT ankoxon obaye e AenpecaHT u
134yeprsa CepPOTOHMHA 3a AbAr0. HaTpynaHM ca MHOXeCTBO AaHHMW, COYeLL CEPOTOHUHEPINYHA AUCPperyaauma npu cymumaHute
WAN arpecMBHM anKoxoauuu. YepTm Ha nosegeHyecka Ae3nHXMbUUMA, arpecna U MMNY/ACUBHOCT CbLLO Ce CBbP3BaT C
nocnefBawo CyMuuaHO nosefeHue u ¢ ynotpebata Ha HaCUACTBEHU CYMUMAHU METOAM MPU asKOXOAUUM. 3aBUCUMUTE KbM
A/IKOXO/1 C UCTOPUA Ha HACUACTBEHM CYUUMAHW ONWUTU MMAT MOBULIEHO WMMMNY/ACMBHO W arpecMBHO MNOBeAEeHWe, KoeTo e
He3aBMCMMO OT KOMOPOWAHOCTTa C Aenpecus, rPaHUYHO MAM aHTUCOLMAJHO JIMYHOCTOBO PA3CTPOMCTBO U OT WM3MO/A3BaHMUA
meTog. Pesyntatmte OT eAMH MeTaaHa/nM3 CoOYaT MO-BMCOK OTHOCUTENEH CYMUMAEH PUCK MPU XKEHUTEe C a/IKOXOJIHU
Pa3CTPOMCTBA, OTKOJIKOTO MPU MbBXKETEe-aIKoXoMLM. BepoATHO TyK 3HayeHMe MMa HapyLlwaBaHeTO Ha KOHBEHUMATa cpelly
TEXKOTO XEHCKO nueHe.

CbLuecTByBaT Pas/IM4yHU Bb3MOXKHM B3aUMOOTHOLIEHWUA MEXKAY a/IKOX0/IHATa 3aBUCMMOCT U CaMOybBMIACTBOTO: aJIKOXoHaTa
ynotpeba moxe Aa BAusAe BbPXy CyMUMAHATA MAEALMA U NOBEAEHWUE; CyMUMAHATA MALALMA MOXKE Aa NOBAUAE a/IKOXO/HATa
ynotpeba; ankoxonHaTa ynotpeba u cymunaHute GeHOMeHM moraT fa CU BAMAAT B3aMMHO; aJKoXo/HaTa ynotpeba cama no
cebe cu He BMAE BBPXY CyMLMAA, HO YTEXHABA APYrn GaKTOpU, KOUTO NOBAMABAT CaMOybMINCTBOTO; ankoxoHaTa ynotpeba u
CYMUMAHOTO MOBeAeHMe ca NOBAUAHWU OT TpeTu dakTop, 6e3 Aa cu BAUAAT eAMH Ha APYr — Hanp. aJKoXO0/IHaTa 3aBUCUMOCT U
camoybuiicTBoTOo moraT da 6baaT maHubecTaumm Ha APYro MNOANEXalo PascTpoicTBo. PasrnexpgaHa B NcMxoAMHaMUuYeH
aCneKT 3aBMCMMOCTTaA OT a/IKOXO/1 € NPOTPaxmpaH CynunaeH eKBUBaIeHT.
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B HacToAWOTO M3CcneABaHe CM MOCTaBUXME 3a Len 4a NPoydYMm ajskoxonHaTta 3/s0ynotpeba u ynotpebata Ha askoxon no
Bpeme Ha CyMuMAHMA ONUT NPU AnLa, U3BBPLIMAK ONMUT 38 CamoybMINCTBO Ypes nNpesHaMepeHo CaMoOoTpaBsaHe, KaTo e ONMcaHo
M NPUNOKEHOTO JleYeHre Ha KOMBUHMpPaHaTa OCTPa MHTOKCUKALWA.

Marepuan u metogm

O6ekT Ha npoy4yBaHeTo ca 149 svua, U3BLPLIMAM HEMCUMXOTUYHO MOTMBMPAHO NpPeLHAMEPEHO CaMOOTpaBAHE W
XOoCnuTanmusmMpaHn B KnnMHMKata no Tokcukonorma Ha YMBAJ ,Ceetn Feoprn”. MpunoskeHn 6Axa KAMHUYHO M3CNenBaHe U
pvcKoBaTa /IMCTa 3a OLEHKa Ha cymuuaHocTTa Ha W. Poldinger (16). 3a npeLieHKa Ha HAIMYMETO AN OTCHCTBMETO Ha aJIKOXO/Ha
3n10ynotpeba H6axa M3N0A3yBaHM YETUPUTE CTAHAAPTHMU BbNPOCa Ha BbNpocHWKa CAGE 1 KOM4YecTBOTO KOHCYMMpPaH ankoxon 3a
enHa ceammua. MpunoxkeH 6e anTepHaTUBEH M BapMALLMOHEH aHanm3.

Pesyntatu

OT muscnepBaHuTe nnua 116 ca xeHu, a 33 — mbKe. O6WO 26 OT U3cNeABaHUTE MALMEHTU ca ynoTpebuan ankoxon
HenocpeacTBEHO NpPeau UM NO Bpeme Ha NpeaHaMepeHOTO CamMOoOTpaBsAHE C TOKCUYHM BelecTBa. B 13 cayyaa ankoxonsT e
KOMBMHUPaH caMo C TPaHKBUAM3ATOPU MAM BapbuTypatn, B 11 cnyyasa C TPAHKBUAM3ATOPU U APYrU MeLWKAaMEeHTU, B eauH
CAyyal ¢ nectmuma, a eaHo momuue Ha 15 rogvHun e npeanpueno cymumaeH onut cbe 700 rpama KOHUEHTPUPAH anKoXon.
KombuHMpaHaTa MHTOKCUKALMA B NMOBeYeTo cayvau e 6una ot I-ll cteneH, camo B ABa cayyas ce e CTUIHaN0 A0 KOMaTO3HO
CbCTOAHME. TepaneBTUYHOTO noBesdeHWe bGe 6asMpaHo Ha eguHHaATa TepaneBTMYHA [LOKTPMHA 3a JleYeHMe Ha ocTpuTte
€K30reHHW MHTOKCUMKauuK, yTBbpaeHa y Hac oT npod. An. MoHoB. OuncTutenHaTa Ae3VHTOKCUKALMA BKAKOYBALLE CTOMALUHA
NPOMMBKA CbC COHAA A0 YNCTU NPOMUBHU BOAM, YPEBHWN OUUCTUTENHU CPEACTBA (MarHesnes cyndaT, IMULEPUH), OUUCTUTENHN
KAN3MM, NEePMaHeHTeH racTpaneH nasax, dopcvpaHa auypesa. Kato aHTMAOTM 6sxa npunaraHn KodpeuH u HecneuuduueH
AHTUXMMOKCUYEH KOMMAEKC, BKAouYBaw, Pyramem, Centrophenoxin, Vit. B 6 1 apyrv LepebponpoTeKTNBHU MeUKaMeHTU B
KanKoBa BEHO3Ha UHOY3UA C BOAHO-CONEBU U BbINEXMAPATHU pa3TBOpU. PeaHMMaLMOHHUTE MEPONPUATUA BKIOUYBaXa OCHOBHO
MHXa/MpaHe Ha KUCAoOpoA4 C MacKa WM HasaleH KaTeTbp, CTUMYy/NauMA Ha AUXaTeIHUA UEeHTbp C aHafentuuM wu
cneumanusnpaHa KapanmoumpKynaTopHa peaHumauma. M3nonssaHu 6axa U CUMNTOMATUYHWU U OPraHONPOTEKTUBHU cpeacTsa. B
pe3ynTaT OT Taka NpoBeAeHaTa MHTEH3MBHA Tepanusa, TOKCUKONOTUYHUAT Npobaem 6bp30 6e 0BNaAAH NPU BCUYKM NALMEHTU U
6e Bb3MOXKHO Aa ce NpoBeAe NCUXMATPUYHO M3CNefBaHe MeXay NbpPBUA M YEeTBbPTMA AeH cnef Xocnutanusaumarta. OT
yrnoTpebununte aNKkoxon HeNnocpeacTBEHO NpPean UAU NO Bpeme Ha CyMUMAHUA akT anua 13 ca mbxke (39.39% OT BCUYKKM MbiKe)
1 13 ca »KeHu (11.21% OT BCUYKM KeHu). PasnnKaTa e cTaTucTyecku sHaumma (p<0.02). C nucrtata Ha W. Poldinger 6e nsmepeH
CYUUMOHUAT PUCK NPU YyNOTpebuanTe n HeynotTpebuamTe askoxoa No Bpeme Ha CyuumaHus onut. be ycTaHOBEHO, Ye KaKTo npwu
MBIKETE, TaKa M NPU KeHUTe IMNCBa CTaTUCTUYECKM 3HaYMma pasnvKa (p>0.05). ObAcHeHMe 3a aiMncaTa Ha Takaea pas/ivKa
MOKe [a ce TbPCU B TOBA, Y€ B C/ly4as Ce Kacae 33 HUCKONEeTaNeH CyMUUaeH MeToA — NpefHaMepeHo CamooTpaBsHe.

MbiKeTe No-4ecTo B cpaBHeHWe C XeHute (p<0,05) nNUAT npeaBapuTeNHO, KaTO afIKOXO/MHATa ynoTpeba ynecHsBa
B3EMaHETO Ha pelleHne 33 CyMuuaeH akT. HeHuTe No-4ecto B CPaBHEHME C MbXKeTe ynoTpebsaBaT aNKOXON 3aefHO C ApYyru
TOKCWMYHM BELLECTBA B MOMEHTA Ha CYMLMAHUA aKT, NpU NpeaBapuTe/IHO B3ETO peLleHre 3a CamoybuiicTBeHN AencTBuA.

Mpu 11 oT mbKeTe 6e HamepeHa anKoxosiHa 3noynotpeba (33.33% OT BCUMUKM MbXKE), @ NpY ABaMa aJIKOXO/IHa 3aBUCUMOCT
(6.06%). AiBaHazeceT OT KeHWUTe 310ynoTpebsasat c ankoxon (10,34%), a eaHa e 3asucuma (0,88%). O6LLO MbKETE C AIKOXO/HA
3noynotpeba v 3asncumocT ca 13 (39.39%) cpely cbuio 13 eHu, 3a Kouto obaye oTHOCUTENHUAT Aan e 11.21%. Pa3nukara e
CTaTUCTMYECKM 3Hauuma (p<0.02). MubKeTe € anKkoxosnHa 3noynoTpeba MoKasBaT 3HAUYMMO MO-BMCOK CyMUMAEH PUCK B
cpaBHeHMe ¢ mbxKeTe 6e3 310ynoTpeba (p<0.05). eHuTte c ankoxonHa 3noynoTpeba CbLo NOKA3BAT NO-BUCOK CyMUUOEH PUCK B
cpaBHeHMe ¢ eHuTe 6e3 3n10ynoTpeba, HO 3HaYMMa pasanka auncea (p >0.05).

U3BoaMn 1 NnpenopbKu

1. MNpu 40% oT mbxKeTe U 11% OT XeHuTe, U3BBPLUMAM HEMCUXOTUYHO MOTMBMPAHO MpefHamMepeHO camooTpaBaHe ce
OTKpPWMBa aNKOXOJ/IHa 3/70ynoTpeba nam 3aBUCMMOCT. MbKeTe C a/fKoXosHa 310ynoTpeba NoKasBaT MO-BUCOK CyMUMAEH
pUCK cnel CyuuMaHUA ONKUT, KOeTo b1 cneABano Aa ce MMa NpeaBua NPU OKa3BaHETO Ha NCUXMATPUYHA MOMOLL,.

2.  MmubxKeTe no-yecTto ynotpebaBaT aJKOXON HENOCPeACTBEHO Npean UAK MO BpeMe Ha CyuuuaHuTe AeicTBua. AKOXonHata
ynotpeba npeau nnm no Bpeme Ha CyMUMAHUA aKT He KOpesiMpa € NO-BUCOK CyUUMAEH PUCK.

3. AnKoxonHata 3710ynoTpeba Ha Y/eH OT CEMENCTBOTO YECTO NPOBOKMPA U3BBPLUBAHETO Ha CYULMAEH OMNWUT.
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TPETA HALUMOHAJ/THA KOH®EPEHLMA 3A PEAKU BONECTU U NIEKAPCTBA CUPALM, 14-15.1X. 2012T.

Papko CpelaHn aieprM4Hn npoAasun Npu KO3mMmeTn4Hn maHmnyanayum

-p Ceemnar [epmeHdncues’, om, -p Padocmura CumeoHosd’, dm
"Meoduyurcku YHusepcumem — Mnoedue
2 MeduyuHcku yeHmwp ,,Papeuc”, Mnosdus

Pe3some:

AHIMOHEBPOTUYHUAT OTOK € YeCTO CpeLlaHa B KNIMHUYHATa NPaKTMKa afiepryHa peakuma. Xapaktepumsumpa ce ¢ ronamo
pa3Hoobpasve B eTUONOrMYHUTE GAKTOPM M B MATOreHETUYHUTE MEXaHU3MMU, KOUTO ro obycnassaT. Hali-yecTo cpeliaHuTe
dopMM Ha aHrnoenem, OMNMCAHU B MeAMLMHCKATa AuTepaTypa Ca afepruyeH, UAMonatU4veH, NIeKapCTBEHO-UHAYUMPAH M
HacneacTseH. YecToTaTa Ha Te3n popmu e pasnunyHa. HacnencTBeHUAT aHrMoenem e Hal-pAAKO CpellaH, KaTo yectoTata my e 1
Ha 25 000 gyww. JlekapCTBEHO-UHAYLMpPaHaTa GOpmMa Ha aHIMOHEBPOTUYEH OTOK Ce CpeLla 3HAYUTE/THO MO-YeCcTo B NpaKTUKaTa.
CmsTa ce, ye 1 Ha 500 nmua, KonTo ca nekyBaHu ¢ ACE-MHXMBUTOPK, pa3BMBaT aHIMOeLeM.

OT Hay4HO-u3cnepoBaTeNCKa M KAMHMYHA TNeAHa TOYKA, MHTepec NpeAcTaBsABa Bb3MOXKHOCTTA 3a pa3BUTUE HA TOBA
CbCTOAHME MPU HAKOM KO3METUYHM MaHWUNyAaumun. Enunaumata e egHa OT Hall-4ecTo CpellaHuTe B MPaKTMKaTa KO3METUYHU
npoueaypv. Lnpewoto ce mHeHWe, Ye e Hanb/lHO 6e3BpeaHa He OTroBapsA Ha MCTMHATA. MaKap M pegKu, HO Ca Bb3MOXKHMU
HebMaronpmATHM 33 34paBETO PeaKuuu, BKAKYMTENHO U pPa3sBUTME HA aHTMOHEBPOTMYEH OTOK. 3a TOBA CBUAETE/NCTBA U
npeACcTaBeHMaA OT HAaC KAMHUYEH Cayyan.

KnuHuuen cayyaii: Mbx Ha 30 r., xocnutanusmpaH B YMBAJ ,Ceetn Feoprn”, OtgeneHne no MpodecmoHanHu
3abonasaHua n Aneprosiorva Ha 21.05.2012 r. [ir.: AHTMOHEBPOTUYEH OTOK.

Matepuan n metoau:

AHamHe3a: [ebtoT Ha anepruyHuTe npobaemu npes m. aHyapm 2012 r. CbobwiaBa 3a 0KON0 8 UHUMAEHTA KAUHUYHO
M3ABUAN Ce C OTOK Ha MEKWUTE TbKaHM Ha JNLETO, aHraxkumpalw, NPeamMmMHO YCTHUTE, KOUTO MUrpupa Kbm LIKMATA, ylwuTe U
KnenaymTe. AHrmoesembT He e obxBalian e3nKa, HO MMa enusoau, B KOMTO 3acAra obnactu no ropba, repauTe U pbueTe,
NoA/N0XeHU Ha flasepHa enunaums. Cneg meamkauma cbe CKC, aHTUXMCTamMMHKN 1 H2-6/10Kepy OTOKBT 0T3By4YaBa. He cbobuaBa
33 pecnupaTopHu Npossu. Hama faHHM 338 HEMOHOCMMOCT KbM MeAMKAMEHTU U XpaHU. He e B KOHTAKT C JOMALHW N06UMLM.
He e B NpAK KOHTAKT ¢ npodecnoHanHu anepredn. O6u TpyaoBs cTaxk 11 r. KaTo meHMaXbp Npoaaskbu Ha chepata Ha ycayrute.
damnnHa aHamHe3a — HeobpemeHeHa MO OTHOLWEHME Ha WMMYyHO-aneprMyHa natosnorusa. He e aktmeeH nyway. MuHanm
3abonaBaHuA: xenaTuT TMn ,,A” B AeTCKa Bb3pacT.

O6eKktTnBHO um3cneapaHe: [obpo 06bwo cbcTosaHMe. AcHO cb3HaHue. ApekBaTeH. AdebpuneH. Obwo nognyxHan
¢daumec. OTOK Ha ycTHUTe. MocTenunaymoHeH GONMUKYAUT U NeTHUCTA KadeHUKaBa NMrMmeHTaumsa no ropba, repamTe u puueTe.
Po3osu BuAMMu nurasmum. Eank n rosop - 6.0. OxpaHeHocT — fobpe n3paseHa. MN/1B He ce nannupart. AC: CUMETPUYHUN TPBAHMU
nonosuHU. COHOpeH nepKyTopeH TOH. [IByCTPAHHO YMCTO BE3UKYNAPHO AuaHe. XpunoBe He ce ayckyntupat. CCC: putmmyHa
CbpAeyHa AenHocT, HopmodpekseHTHa. CH — 80 ya/MuH. AcHu cbpaedHn ToHoBe. AH:160-130/110-90 mmHg. Succ.ren. ABycTp.
(-) oTp. Kopem Hag HMBOTO Ha rpbAHUA KO, MeK U HebonesHeH Ha nannauma. Y. apob HeyBennyeH. Cneska He ce onunea. KMC
NnpasuaHO pas3BuTa.

[OnarHoctnynu npoueaypu: CYE 8 mm, HGB 156 g/I, RBC 5.33 T/L, WBC 8.86 G/L, HCT 0.455, MCV 85.2, PLT 323 G/L.
Neut 55.0%, Mono 9.3% , Lymph 29.0%, Eos 1.4%, Baso 2.0 %. O6ui 6entbk 80r/n., anb. 48 r/n., Kp. 3axap 7.9 mmon/n., xon. 7.0
MMOA/A., Tpuranu,. 6.90 mmon/n., Kpeat. 94 mkmon/n., ypea 4.2 mmon/a., UR AC 429 mkmol/l, 06wy, 6un. 11.8 mgkmon/n., AST
49, ALT 102 U/I. HBA1c 5.1%.

MaTepuanu n metogm, N3NoN3BaHM 38 UMYHONOTUYHUTE M3cneaBaHus: HedenomeTpusa n Cl ectepaseH UHXMBUTOP —
umyHoamoysua (RID) (tabn. 1 m 2).

Tabn. 1 Tab6n. 2
UscnepBaHe MeTtop, Pesynrar Pe¢~e5) EHTHA UscnepBaHe MeTtop, Pesynrar Pe¢~e5) EHTHA
CTOMHOCT CTOMHOCT
CepymHu CepymeH
UMyH02106yAuHU KomnaemeHm
<60
IgE ELISA 1U/ml <60 I1U/ml Cc3 Hedenometpus | 1.680g/L| 0,61—2,09 g/L
6,58 — 18,37
IgG Hedpenometpusa | 6.913 g/L g/L c4 Hedenometpusa | 0.263 g/L| 0,122 —0,495 g/L
C 1 ectepaseH 373
g M Hedenometpus | 1.169 g/L | 0,40 —2,63 g/L| | uHxmnbutop RID mg/L 95 — 345 mg/L
g A Hedenometpusa | 2.271g/L |0,71-3,60 g/L
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TepaneBTnyHa cxema: 1. MHxekumA Ha cTepoma: MeTunnpeaHu3onoH x 40 mr. n.m. 7 gHeBeH Kypc. 2. HXeKuua nam
UHOY3MA Ha APYro fedebHo nan npodrnakTUUHO BewecTBo: AneprosaH x1 a./20 mr. u.m. 7 gHu; H1 n H2-6nokep.

M3xop oT xocnuTanmsaumaTa: M3nmcBa ce B £06po 060 CbCTOAHME, ACUMMITOMEH.

MpoTnyaHe Ha 3a601ABaHETO: C PELMANBMPALLO NPOTUYAHE.

O6¢cbiKpaHe:

NlazepHaTta enunauma e eavH OT MOAEPHWUTE METOAM 3a enuaupaHe, YMeTo MOA3BaHe HenpPeKbCHAaTO HapacTsa.
NasepbT feiicTBa AUPEKTHO BbPXY MeNaHMHa U yKoBuuMTe. MeToAbT € MHOro epeKTUBEH, MaKap U CKbM. M3BeCTHO e, Ye cnep,
2-3 npoueaypu 80% oT KocbmueTaTa NpecTasaT Aa pacTtaT, a U3BbPLUBAHETO Ha 5-6 npoueaypu moxe aa rapaHtupa 10 roanHm
,Criokoncrame”.

KaTo Bcekn eguH metog 3a enunupaHe, obaye, u nasepHaTa enunauma Mma cBouTe HedocCTaTbuM. 3a ga 6vae
HanbaHO 6e3BpesHa 3a 34paBeTo e HeobxoaMMOo Aa ce cbbaoaBaT peanua NPUHUMNK U NpaBuaa. M3BecTHO e, Hanpumep, Ye
M3NnaraHeTo Ha cAbHUe 2-3 ceamuuy npeaun npoueayparta, NoBUwWasBa pUCKa oT GoToceHCMbUaM3auma, a TA OT CBOA CTpaHa
MOXKe Aa NpeAn3BMKa PeanLa HexXenaHn epeKkTn U peakunm, BKA. anepruyHun. Pesyntatute ot egHo MalabHO peTpocnekTUBHO
npoyysaHe BkAouBawo 13 284 naumeHTV NOANOXKEHW Ha NasepHa enuiauma MnokaseaTt, ye npu 36 OT TAX ce e passuia
YPTUKApUA C U3paseH epuTem, CUIEH U yNopuT cbpbek. O6pMBBT aHraxKmpa npegMMHO 30HUTE Ha TPETUPAHE M ce pasrpblua B
WHTepBan oT 6 Ao 72 yaca cneg npoueaypata. Mpu npeobnagasawma 6poli cayyam — 26, ypTukapuaTa ce pa3suBsa c/ed nbpsaTa
MaHUMNyNauma 1 UMa peLnanBmupaLlo npoTuyaHe.

3a aHrMoegem cnep nasepHa enunauua B MeAWMUMHCKaTa /iMTepaTypa Bce ouie /MncBaT cboblieHusa. ETo 3awpo,
HabntoAaBaHUAT OT Hac cayvalt NpPencTaBNABa rofAM WMHTEpeC OT K/AMHWYHA M HAyyHO-U3C/NefoBaTescka rnefHa TOukKa.
Bb3MOXHUTE MEXaHM3MK, KOUTO MABAT B CbobparkeHue npu obcbKpaHe naTtoreHesata Ha aHIMOHEBPOTUYHWMA OTOK B
KOHKpPeTHMA cny4yan ca:

1. HeumyHHa gerpaHynauma Ha MacToLMTUTE MPUYMHEHA OT 1a3ePHOTO Bb3AeNncTene,

KOATO BOAM A0 ocBobOXJaBaHe Ha MeAMaTopu M OGMONOMMYHO aKTUBHM BelecTBa, OOyCnaBAWM MNOBULIEHUA CbLOB
nepmeabunnTet, a 0TTam — 1 OTOKA B MOAKOMKHUA CNOW;

2. doToceHcMbUNN3aLMATE, MPUYMHEHA OT NPEeABAPUTE/IHO U3/1araHe Ha CbHLE WKW NpUeMa Ha MeMKaMEHTU, KOUTO B HAKOM
C/ly4au ce ABABAT TepeH 3a pasrpblyaHe Ha IgE meammpaHa anepruyHa peakums;

3. 3a peunamBMpaHeTO Ha aHrMoedema U ypPTUKAapUATA Ha NO-KbCeH eTan, BEPOATHO OT 3HaYeHMe e BK/IOYBAHETO BTOPUYHO U
Ha KNeTbYyHO-MeAMMpPaHa MMYHHA peaKkuua Mo Tvna Ha 3abaBeHaTa CBPbXYYBCTBMTENHOCT. TO3M TUM peakuua Moxe Aa ce
OTK/IOYM OT aHTUTEHHa CTUMYy/JauMA CNeAcTBME HapyluaBaHe LenocTTa Ha KocmeHuA $OMKy/, NPUYMHEHA OT TOMIMHHOTO
Nla3zepHo Bb3aencrame.

Pas3bupa ce, Nnpu yToOUHABaHE €TUONOTMATA HAa AHTMOHEBPOTUYHMSA OTOK € HEOBXOAMMO Aa ce CefiBa YTBbPAEHUA AUarHOCTUYEH
aNropuTbM, Upes KOWTO B onpeaeneHa nocnefoBaTeNHOCT ce U3KI0YBAT Hal-4ecTo cpelaHnTe NPUYUHM 3a TOBa CbCTOAHME.
OcblUecTBEHUTE U OTPa3eHU NO-rope AMArHOCTUYHM NpoLLeAypPu NPW ONMCAHMA OT Hac cayvai ybeanTeNHO NOKas3BaT KOJKO e
TPyAHa 3a otandepeHUMpaHe TO3M TUN NaTO/IOMMA, @ OT Apyra CTpaHa CBMAETE/ICTBAT 33 HENPEeKbCHATO pasluMpABalmA ce
CMeKTbp OT GpaKTOPU U MeXaHW3MU, 0BYCNaBALLN aHTMOHEBPOTUYHUA OTOK.

Ussoau

1. AnepruyHuTe peakuuu Npu NaumeHTU NOANOXKEHM HA Na3epHa enuaauma ca PAAKO CPeLLaHun, HO He M HEBb3MOXKHM.

2. KAMHWYHMAT CNeKTbp Ha Te3n peakuumn moke da 6bae pasHoobpaseH, TMMA M MHTEH3UTETa Ha CMMNTOMMUTE, KaKTo U
PUCKBT OT PeunamBM MOXKe A3 NPUYNHU SUCKOMPOPT Ha NALLMEHTA, a NOHAKOra ce Hanara Te Aa 6bAaT M leKyBaHuU.

3. JobpoTo no3HaBaHe Ha MaHUMyNALMATA, KAaKTO U CTPUKTHOTO CnasBaHe npaBuaaTa 3a 6e3onacHoOCT ce ABABAT OCHOBEH
MOMEHT B NPeBEHLMA Ha HeXeNaHUTe edeKTU U YCNOXKHEHMA OT Tasu KO3MeTUYHa npoueaypa.

4. W3AcHABaHe Ha anepronornyHata aHamHesa W npeaBapuTesnHaTa AMArHOCTMKA Ha anepronornyHo obpemeHeHuTe
nauMeHTH ca BaxKeH GpakTop 3a NpodMNaKTMPaHe Ha TO3MN TUM peakuuu.
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EnnaemuonoruuHu peructpm 3a peakm 6onectm 8 bbarapus

Mumesa-KampaHoxuesa L, Uckpos I, CmeghaHos P
UHpopmayuoHeH ueHmbvp 3a pedku boaecmu u Aekapcmea cupayu, laosous

MeTopaonorua
MpegmeT Ha HactoAwmsa o630op ca enuaemmosiorMyHn peructTpyu 3a peaku 6onectu B bbarapusa. O630pbT He
pasrnexaa v He BKAOYBA KAMHUYHUTE Pernctpu, NoaabprKaHu B nevyebHuTe 3aBepeHua. Llenta Ha npoyysaHeTo e ga Aaje
aKTyanHa MHGOPMALMA 38 eNUAEMUONOTMYHUTE PEFUCTPU 3a peaKu BoNecTn y Hac upes:
®  OMucaHMe Ha OCHOBHMWTE XapaKTEPUCTMKM Ha To3u BUA 6a3n AaHHWM (Lenu M 3agayuu, Nonsu u aobaBeHa CTOMHOCT,
KNOYOBU GAKTOPU NPU NAAaHUMPAHETO, CTapTUPAHETO W YMNPaBAEHUETO HA enNUAEMUOJSIOTMYHU PErucTpU 3a pPesKu
6onectn);
®  npeAacTaBAHE Ha €BPOMNENCKUTE U MEXAYHAPOAHN NPENOPBKM U HACOKK B Tasm obnacT;
®  pe3loMMpaHe Ha HasMYHaTa MHGopMaLMa 3a obxBaTa Ha CbLLECTBYBALLMTE PEFUCTPU 33 peaKu Bonectun y Hac.
BkntoyeHuTe B 0630pa perncTpm ca ngeHTuduLumMpaHm Ypes:
®  TbpCeHe Mo KAoYOBKM AymM B 6asaTa AaHHM 33 HAyYHM CTaTUKM No meauumHa Pubmed;
®  0b6sABeHUTE PerncTpu Ha nopTana 3a peaku 6onectn Orphanet;
®  MpeAcTaBeHMTE perncTpu Ha BTopa HaumoHanHa KoHdepeHLMa 3a peaKku 60a1ecTy 1 nekapcTea cupaum (cbbutreto be
[AOMAKMH Ha CrneumanHa naHeHa cecus 3a enuaemmosiorMyHn perncTpm 3a pegku 6onectu);
®  NUCMEHMU NOKaHW A0 BOAELLM KAMHUYHM LLeHTpoBe B Bbarapua, npenopbyaHm OT NALMEHTU ¢ peakun bonectu.

AeduHnumn

U Pagka 6onect —3abonABaHe ¢ pa3npocTpaHeHue He noseye oT 5 Ha 10 000 aywwu B EC.

e  ENMAEMMONOrMYEH PEerucTbp — OpraHM3MpaHa cuctema 3a cbbupaHe, CbXpaHeHwe, M3MNoA3BaHe, npocneasasaHe u
pa3npocTpaHeHUe Ha ACHO onpeaeneHn enuaeMUoNOrMYHM SaHHWU 338 KOHKPETHU MHAMBUAN.

CbLHOCT M NpeAHa3HaYeHMe Ha eNUAEMUOIOTMYHUTE PErnCTPU 3a peaKu 6onectn
Mo cBoATa CbLWHOCT EenuMAEeMUONIOTMUYHMTE PEerncTpu npeacTaBiABaT oOpraHM3MpaHa cuctema 3a CbbupaHe,
CbXpaHeHue, U3non3BaHe, NpocaeasBaHe U PasnpPoCTPaHeHWe Ha ACHO onpeaeneHn enuaeMmMoiorMyHn AaHHU 33 KOHKPETHM
MHAMBUAM. M3XOXKAANKM OT Taka geduHMpaHUTe enuaeMUOIOTUYHU PEerncTpy 3a pesKu 6onectn, TexHUTe Hal-CblecTBeHU
0CcO6EeHOCTM BK/IIOYBAT:
®  MONyNauMOHHO 6a3npaHuy, NPOLBAKUTENHU, HABNIOAABALLM eNUAEMUONOTUYHM NPOYYBAHMS;
®  CTporv npasuia u npoueaypu 3a KOHOUAEHUMANHOCT U 3aLLMTa Ha INYHUTE AAHHW;
®  ynpas/ieHMe Ype3 He3aBUCMMM HaYYHU rPYyNK, BKIKOYBALLM EKCMEPTM B CbOTBETHUTE 06/1aCTH;
®  XapMOHW3aLMA M B3aMMOZENCTBUE C HAIMYHATA 3aKOHOBA 6a3a HA HaLLMOHAIHO U eBPOMNenCcKo HUBO.
KomburHaumaTa OT Te3n acnekTu ACHO pasrpaHuyaBa enuaemmnonorMyHuTe PerncTpu oT ocTaHaAnTe BUAOBE PerncTpy,
KOWTO CbLUECTBYBAT B CMCTeMaTa Ha 34paBeonassaHero.
MonsnTe OT BbBEXKAAHE U NOAADBPKAHE HA eNMAEMUONOTMYHN PETUCTPY ca:
®  OCUrypsiBaHe Ha enuaemMmosIONTMYHU AaHHM 33 60/7ecTHOCT M 3a60aAemMOoCT OT peakuTe H6ONeCT Ha PEermoHasnHo,
HaLMOHANHO U MeXAYHAaPOAHO HUBO;
®  nopobpsBaHe Ha MeANULIMHCKOTO NO3HaHWe 3a BapMabuAHOCTTa U X043 Ha peakuTe 3abonsBaHus;
e  HabnwogeHve M oueHABaHE Ha M3XoAa Ha 3a60/19BaHETO;
®  MpeaocTaBsAHe Ha AaHHW Ha 34paBHMTE BAACTU 3a Le/IUTe Ha NaaHupaHeTo 1 o6e3nevyaBaHeTo Ha MeAULMHCKM YCayri
N LLeiHOCTH, CBbP3aHM C NPOPUNAKTMKATA, IEYEHMETO U pexabuanTaLmaTa Ha KOHKPETHOTO PAAKO 3abonnsaHe.
[obaBeHaTa CTOMHOCT Ha Te3M MPOEKTU e OFPOMHA, MNOpagy KOeTo B peamua eBpOonercKku Abp:Kasu 6poAT Ha
enuaeMmnoNorMYHUTE PErncTpu e BHylnTeneH, Hanpumep PpanHuma (122), FfepmaHus (86), ObegnHeHoTo Kpancteo (58) u ap.
OeduHnpaiikn goNbAHUTENHM, ceundUUHN Lean npes Te3n peructpu, Te moraT Aa 6baaT akTMBHO M3M0/I3BaHM He camo 3a
HY)KAUTE Ha 34paBeonasBaHeTo, HO U 3a NOTPeBbHOCTUTE OT BCAKA efHa coumManHa cdepa Ha CbBPeMEeHHOTO 06LecTBO, KbaeTo
MHdOpPMaLMATa e pecypc OT MbPBOCTENEHHO 3HaYeHMe.
3a fga U3nbaHABAT edUKACHO Taka MoCTaBeHUTE npes, TAX 33434, enuaeM1MooTMYHMTE PerncTpu 3a peakm 6onectm
cnefBa ga MMaT afieKBaTHO MAaHWpaHe M ynpasneHue. B Tasu Bpb3Ka moraT ga 6baaTt onpegeseHu CiegHWTe OCHOBHM
npeav3BMKaTENCTBA NPU Cb34aBAHETO M YCMewWHOTO GYHKUMOHMpPaHe Ha eA1H TaKbB PerucTbp:
e neduHMpPaHe Ha ACHU U KOHKPETHU Len 1 06XxBaT Ha perucTbpa ;
®  onpepensHe Ha npeuuseH Habop OT enuUAEMMONOrMYHKM MOKasaTenn, MHPOpMaLMsa 3a KOUTO LWwe ce cbbupa,
CbXpaHABa, aHaM3Mpa M Pas3npocTpaHABa OT PErucTbpPa;
®  Ba/sMAupaHe Ha ,BAu3awarta”’ u ,M3nM3awarta”’ oT perncTbpa MHopmaums;
®  33WMTa Ha INYHUTE LAHHW.
3a NPaKTMYECKOTO pellaBaHe Ha BCUYKM Te3n Npobiemu e HyXKeH KOHCEHCYCeH M CMHepruyeH nogxog, obxsalualy,
PasAMYHM 3aMHTEPEecOoBaHM CTPaHW MO TO3M BbMPOC, KOUTO MOraT Aa 6bAaT KaKTO MbPBUMYHM M3TOUHWULM, TaKa M KpanHM
noTpebutenn Ha perncTbpa. 3aToBa NP NAAHMPAHETO U YNPABAEHUETO Ha enuMAEMMUOJIOTMUYHUTE PErncTpu 3a peaku 6onectu
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TpA6Ba Aa 6bAAT aKTUBHO NPUB/IEYEHN NALMEHTUTE U TEXHUTE CEMENCTBA; MeAULMHCKUTE CreumnanmcT, CBbp3aHu ¢ aedebHna
N pexabunnTaumoHHUA npouec; GpapmaleBTMYHaTa UHAYCTPUA U 34PaBHUTE BAACTU.

YYacTMeTo Ha BCUUKM Te3WN 3anHTEPECOBaHMN CTPaHWM 3aCU/IBA TAXHATA aHra’KMPAHOCT, OT Apyra CTpPaHa npasu CamoTo
CblLecTByBaHe Ha perMcTbpa no-4o6pe GyHKLMOHMPALLO M NPAKTUYECKM NOe3HO.

MoNUTUKK, HACOKM U UHULMATUBM Ha 06LLEeCTBEHOTO 3ApaBeona3BaHe NO OTHOLIEHUE HA eNUAEMUONOTUYHUTE
peructpu 3a pepKu 6onectu

[okato B Bbarapua Temata 3a enuaemmoNorMyHuTe pernctpu 3a peakn 6onectv e cpaBHUTENHO HOBa, TO B
eBponencku u rnobaneH nnaH ToBa He e Taka. YcuieHata paboTta Ha obwecTBeHOTO 3apaBeonas3BaHe B 06/1acTTa Ha pegKuTe
60necTn noseye OT TPU AeceTUneTms Aaae HOBO pa3bupaHe 3a BaXKHOCTTA M MON3UTE OT TE3N eNUAEMUONOTMYHU UHCTPYMEHTH.
CbLUMHCKMAT 6yM B Pa3BUTMETO MM HacTbNW Npe3 nocnefHuTe AeceT TOAMHW, KaTo Ky/IMMHAuuATa 6e npuemaHeTo Ha
MpenopbKaTta Ha CbBeTa Ha EC 3a gelicteme B 061acTTa Ha pegKkuTe 6oaectu oT 8 toHK 2009 r. To3m AOKYMEHT npeaonpeseny u
HauepTa NbTHATA KapTa 3a NOANTUKUTE U MHULMATUBMTE B 061acTTa Ha peakun BonecTu 3a NoHe geceTuneTve Hanpead. Hapeg c
npuMsMBa 3a Cb3gaBaHe Ha HaUMOHa/NHM NnaHOBe 33 peaku bonectn B CTpaHUTe-yneHKM, OTHOBO 6e npenoTsbpAeHa
aKTya/IHOCTTa Ha BbMPOCa 33 Cb3haBaHe M NOAAbPXKaHE Ha enuaeMMUOJIONMYHU PErucTpu 3a peaku 6onecty, a MMEHHO:
,AbprKaBUTE-YNEHKM cneaBa fa 0OMUCAAT nogKkpenaTa Ha BCUMYKM NOAXOAALM PABHWLLA, BKAKOUMTENHO HA PAaBHULLETO Ha
ObuwHocTTa, cneumdnyHM MHOOPMaALMOHHU Mpexn 3a 3abonaBaHMATa, OT efHa CTpaHa, W perucTpu M 6asn AaHHKU 3a
enuaeMmMoNnorMyHn LUenan, OT Apyra CTpaHa, KaTo B CbWOTO Bpeme ce B3ema npeasu He3aBMCMMOTO ynpasneHue”. Tasu
3HAYUMMOCT Ha EenuaemMUONOTMYHUTE PErUCTPU MPOU3TUYA OT KOOPAMHMPALLATA POAsA, KOATO Te WrpaAT 3a YCNEewHoTo
NPWUNOXKEHNE Ha BCAKO eHO AeMCTBME UK CTPATerna No OTHOLEHME Ha peakuTe bonectu.

EBponelickaTa nogKpena 3a U3rpak4aHeTo Ha enuaeMmmnoNormyHn permcTpu 3a pegku 6onectm He ce n3passnBa camo B
pamkuTe Ha perynauumute. Mpean nybnaukysaHeto Ha [Mpenopbkata, EBponeiickata Komucusa Bede 6e ¢uHaHcupana
Cb3aBaHETO Ha 3HauuTesneH 6poi eBPONenCcKU PerucTpn nu pedepeHTHU Mpexun 3a peakn 6osectn, KOUTO OT efHa CTpaHa
06eANHNXa CErMEHTHUA U OTPAHMYEH OMWUT Ha HALMOHA/MHO HMBO, @ OT ApPYyra CTPaHa Aaf0Xa MOLLEH CTUMYA 3a Cb3AaBaHETo
Ha HOBM 3HAHMA U ONWT 33 peauua pefKu 3abonaBaHMA. PonATa Ha Te3M NPOEKTM 33 Pa3BUTUETO Ha rnobanHaTa MeaULMHCKA
HayKa e OrpomHoO.

Cnep, MpenopbkaTa Ha CbBeETa B paMKMUTE HAa MHOTO KPaTbK CPOK bsxa NpeanpueT MHMLMATUBKU B MHOTO OT CTpaHuTe-
Y/IEHKM 33 U3rPaXKAaHeTo Ha TakaBa MHPpacTpyKTypa. TyK oule BeAHBXK KomucUATa AECTBA U3KAOUMTENIHO CTPATErNYECKU 1
nogKpenu craptupaHeto Ha npoekTa EPIRARE — HacouyeH KbM Cb3gaBaHeTo Ha obuwa esBponeicka nnatpopma 3a
enuaeMmnoNorMyHM perncTpu 3a peakn bonectu. Taka 6e rapaHTMpaHo, Ye OTAENHUTE YCUAWUA HA HALMOHANHO HUBO LWe moraT
Aa 6baaT obeamHeHU 3a 3HaUUTENHWU NofobpeHus B obiacTTa Ha peakute bonectun, Kato ce ocurypu rnobaneH eBponenckm
noAaxoZ KbM TO3M Npobaem, YUMTO pe3ynTatute Aa 6bAaT yceTeHU OT BCUUYKM 3auHTepecoBaHu cTpaHu. EPIRARE we aHanusnpa
1 0606WyM KaKTO 06K Npean3BMKaTeNCTBA Npes, peructpuTe (KaTo 3awmTtata U CNoAensaHeTo Ha MYHU AaHHWU, edeKTUBHO
ynpasieHMe W YCTOMYMBO Pa3BUTME), Taka M chneumouyHuM BbBNPOCU KaTo Habopa oT HabawogaBaHW enuaemuoNOrUYHU
nokasaresin, TAXHOTO cbbupaHe, 06paboTBaHe, CbXxpaHeHMe, aHanu3npaHe u pasnpocTpaHeHn. EPIRARE obegmHABa napTHbOPU
oT EC, CALL, Kutait n Pycua n o4aKBaHMATA Ha BCUYKKM CTpaHKM no npobiema peskun 6onectn ca cepnosHun. bbarapua e cblyo
NbAHOLLEHHO NpeacTaBeHa B NpoeKTa ypes yyactmeTo Ha BAIMOH KaTo acouumpaH napTHLOP.

Mpean EPIRARE ennaemuonornyHute pernctpu baxa ob6ekT Ha Apyr malabeH eBponeincku npoekT B obsactra Ha
peakute 6onectm — EUROPLAN. To3M NpoekT Ao rosisma cTeneH AOMbAHM U 06scHM [penopbKaTta, OCbLLECTBABANKK
cuctemaTMyeH 0630p M aHanM3 Ha npeanpueTuTe 4ocera MepKkM W MHUUMATMBKM B obnactta Ha peakute bHonectu Ha
HauMOHanHO HMBO. Ha 6asata Ha Tasn obwwupHa MHOOPMALMA MPOEKTLT U3rOTBU LANOCTHO PbKOBOACTBO 3a NJaHWUpaHe,
Cb3faBaHe W ynpaBneHMe Ha HALMOHANHWU NJaHOBE U cTpaTerMmn 3a peakun 6onectn. Taka ocseH NpenopbKaTta KaTo 6asuceH
opueHTUp, CTpaHWUTe-YIeHKN Beye pa3nonaraT U C KOHKPETHM NPUMEpPU U HACOKMU Npu GOPMMPAHETO HA CBOATA HALMOHaNHA
nofnMTMKa B Tasu obnacT. KOHKpeTHO 3a enuaemuvoNornyHuTe pernctpu 3a peakm 6onectu EUROPLAN Ha 6asaTta Ha
ChbLUEeCTBYBALIMUTE YCMewWwHM npumepn GopmMmyanpa cnegHuTe npenopbKu:

e (CnepBa fa ce MPOBEXAAT MHUUMATMBM Ha HAUMOHANHO HMBO 3a HacbpyaBaHe WHTerpaTMBHaTa ynotpeba Ha
AAMUHUCTPATMBHM, AeMorpadCKku 1 34paBHU AaHHU € Len nogobpeHune ynpasiaeHNeTo Ha peakute bonectu.

® 33 Uue/nUTe Ha HayyHUTe u3cneABaHMA M OOLWeCTBEHOTO 34paBeonas3BaHe ca HAcbpyaBaHW M NOAABPXKAHU
MeXAYHapoAHW, HAUMOHANHU W perMoHasHu PerucTpu 3a peaku 60nectv, BKAKOYMTENHO M Te3u, KOUTO ca
noaAbpXKaHW OT aKaAeMUYHU U3cienoBaTenu.

e  OduumanHuTe 34paBHM BAACTM CnedBa fa HAcbpyaBaT B CbOTBETCTBME CbC 3aKOHOLATE/NCTBOTO CbOMPAHETo M
CNoAeNAHEeTO Ha AaHHM OT BCAKAKBM Ba/JIMANPAHU U3TOUYHULN, BKAKOYUTENHO EKCNEPTHU LEHTPOBE, M AOCTbNA A0 TAX
3a uenuTe Ha obliecTBeHOTO 34paBeonasBaHe.

e  HacbpyaBa ce y4acTMEeTO Ha Beye CbLUEeCTBYBALLM HALMOHANHM PETUCTPY B €BPONENCKN (MeXayHapoaHN) perncTpu.

e  Heobxogumo e fa ce UAEHTMOUUMPAT MHCTPYMEHTU 32 KOMBUMHUpPaHe Ha eBPONENCKO U HauMOHaNHO dUHaAHCHUpaHe
Ha perncTpuTe 3a peaku bonectu.

Mpuaaeaikn 3aBbplweH BUA Ha cBouTe npenopbku, EUROPLAN onpezens v uHAMKATOpM 3a HabaogeHue Ha
nporpeca Ha U3NbJAHEHMETO HA 3aN0XKeHUTe Lenu. B obnactra Ha peructpute 3a peaku bonectn Te ca 6poi, TepuTopuaneH
obxBaT, HabnogaBaHM peaku 3abonABaHWA, ynNpaBAsBal, oOpraH M ocurypeHo d¢uHaHcupaHe. Te3n npenopbku Haxa
NoTBbPAEHW M OT EBpONeinckma KoMUTET Ha eKkcnepTuTe No peaku 6onectn (EUCERD), KOMTO NO CBOETO €CTECTBO € Haii-BUCLLIMA
KOHCYNTaTUBEH €BPONENCKN OpraH No OTHOLLEHME Ha peaKuTe 6bonectu.

Ob6pbluyaiiku nornes Ha HauMoHaNHO paBHuuLe, Bbarapusa 6e eaHa oT nbpeuTe cTpaHu B EC, KOATO 3ano4YHa aKTUBHO
0b6Cb)KAaHe Ha Cb3[aBaHETO Ha NOJIMTUMKM 3a peakuTe 6onectn. ToBa 6e A0 roNsm CTeneH NAoA Ha yCUIMATa Ha MauMeHTH,
NleKapu M HenpaBuUTENCTBEHMA CEKTOp. PeanHo nornegHaTto M A0 AHEC CTpaHu KaTto [aHusa Hanpumep ¢yHKUMoOHMpaT 6es
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M3pUYHO GOpMyAMpaH HauMOHaneH NAaH 3a pefku 6onect, HO ToBa He MNpeyn Ha NauMeHTMTe B TAX Ja nosydvasat
HeobxoAMMOTO afeKBaTHO M KauyecTBEHO JiedeHWe, npocnefaBaHe, pexabunutauma m coumanHu rpuxkn. Ha apyrua nontoc
obaye ca cTpaHuTe OT M3TouHa EBpona, KOWUTO Mpeanpuexa MHOXECTBO MPOMEHW, BKAYUTENHO WM B cdepata Ha
3apaBeonasBaHeTo. ToBa foBeAe [0 CEPUO3HU U3MEHEeHWA B AeWCTBa/NUTEe [eCeTUIeTUA OPraHuU3auMOHHU U YNPaBAEHCKU
CTPYKTYpPU U cnocobu, KOUTO U A0 AHeC ca 06eKT Ha HeeAHO3HAYHM KOMeHTapu. B Taka cb3ganaTta ce cuTyaums B Te3u CTPaHU
npMemMaHeTo Ha TakKbB oOduuUManeH NpOorpameH AOKYMEHT KaTo HaUMOHA/NHWMA NAaH 3a peakn bonectn e nosevye oOT
Ha/NoXMTENHO, 33 Aa MOXe fa ce cb3gage epuKacHa M yCTOMYMBA pamMKa 3a peluaBaHe Ha HaTpynaaute ce npobiemu Ha
nauuveHTUTe € peakn H6onectTn, TeXHUTE CEMEICTBa, IeKyBalLUTE TU JIeKapy, 34paBHUTE U COLMANHUTE MHCTUTYLUM, UMALLM
OTHOLWeHMe No To3u npobsem. 3aToBa CaMoTO NpuemaHe Ha HauuoHanHaTa nporpama 3a pegku 6onectn (2009-2013) B
Bvarapua camo no cebe cu e BescnopeH ycnex, 3al0TO UHCTUTYUMOHaAMU3UPaA nNpobnematnkata ,peakun b6onectn” n pane
OCHOBA 3a NO-HATaTbLUHK AENCTBUA B Tasu obaacT.

JlornyHo Ha M3/M10XKEeHOTO A0 TyK, KaTo nbpBM npuoputeT B HaumoHanHata nporpama ca 3as0XeHu
enuMaeMmnoIorMYHNUTE PErUCTPU — OCUTYPABAHE HA ENUAEMUONIOTUYHN AaHHM 33 peaKuTe 6osecTn B Bbarapus upes cbagasaHe
Ha HauunoHaneH perncrsp.

YcnosuaTa U pefbT 3a Cb3faBaHeTo U GYHKUMOHMPAHETO Ha perncrbpa ca B MbJAHOMOLMATA Ha Cb3fajeHua 3a
uenute Ha HauuoHanHata nporpama HauMoOHaneH KOHCynTaTMBEH CbBeT 3a pefdku 6Bonect Kbm MUHWCTEPCTBO Ha
3ppaBeonassaHeTo (HKCPB). 3anoxeHuTe 3a4a4m nNpes perncrbpa BKAOYBAT:

e  cbbupaHe, obobLiaBaHe U NpPefoCTaBAHe Ha enuaemMuoNorMiyHa MHpopmaLma 3a 3abonesaemoctta U 6osecTHOCTTa
oT pefiku 6onectn B bbarapums;

®  nopnomaraHe n3paboTBaHETO Ha AMArHOCTUYHM U TEPaNeBTUYHU NPOTOKOAM WM CTAHAAPTU 3a JIeYeHWe Ha pefKuTe
bonectu;

®  nognomaraHe 34paBHWUTE BACTWU MpPU NJAHWPAHE M OCUTYPABAHETO HA CKbMNOCTPYBALLO Jle4YeHUe U MeULMHCKU
TPUXKM Ha NaumMeHTUTe ¢ peaku bonectu;

®  nopobpaBaHe B3aMMOLENCTBUETO MEXAY 34paBHUTE CAYXKOM U NaLMeHTCKUTEe acoumaumm;

®  npepocTaBaAHe U Ny6aMKyBaHe AaHHUW 33 NAaHWpPaHe U CPaBHEHUE HA PErMOHANIHO U HALMOHANHO HUBO.

3a cbKaneHue Ha BCUYKK B Bbarapua, noseye ot 3 roanHuU cneg npuemaHeTo Ha lNporpamata HaumoHaneH perncrbp
3a pefKn bonecTu Bce oule He usrpageH. Tasu nMnca MMa eHaKBO HeraTuBeH ebeKT BbPXY BCUUYKM 3aCerHaTi cTpaHu, 3alwoTo
6e3 aKTya/lHW AaHHUM He MOXKe Aa Ce MAAaHWPaT M M3BBLPLIBAT KAauyeCTBEHO HYMKHWUTE MOJUTUKM, AEWHOCTU U UHULUATUBMK.
HecbuectsyBaHeTo Ha HauuoHaneH permcrbp Npuaasa YacTUYEH M BPEMEHEH XapaKTep Ha BCUMYKWM 34paBHM U COLMANHM
AelHoCTU 3a pegkute bosecTn y Hac. Ypes Tax ce pelasaTt OTAE/HUM Npobnemu, HO edPeKTbT He e ONTUMasIeH U BOAU A0
pa3noKbCBAHE Ha YCUANA U PECYPCH, 33 KOETO NpeaynpexaaBaT BCUYKM eBPONENCKM NPenopbku B Tasu obaacT.

OTCbCTBMETO Ha eAMHEH HauMOoHaneH perncTbp B bbarapma He o3HayaBa pasbupa ce, ye paboTtewmTe no Tesn
npobnemu y Hac He ca OCb3Ha/M BAXKHOCTTA U MOA3MTE OT TO3M ENUAEMMUONIOTUYEH WMHCTPYMeHTapuym. HanpoTus, KaTo
pe3ynTaT OT CbBMECTHM MPOEKTU MeXAy NauMeHTCKM OpraHvs3auun, MeAULMHCKM HayYHW [PYXKecTBa, YHUMBEPCUTETCKU
K/MHWUYHW LLEHTPOBE, HEMPABUTEICTBEHUA U GapMaLLEBTUUHNA CEKTOP HAKOIKO ENUAEMMUONIOTUYHN PEFUCTPU 33 pedku bonectu
ca Beye ¢akT. Mposenata ce npe3s 2011 r. Bropa HauuoHanHa KoHdepeHUMA 3a peakn 60necTm M nekapcTsa cupaum
npesocTaBM Bb3MOXKHOCT 3a NpeacTaBAHe M obCcbKAaHe Ha Tesn Bbnpocu. PopyMbT NOKasa PacTALLMA MHTEPEC U MOTMBALMA
3a cb3gaBaHe v GyHKUMOHUPaHe Ha Te3n pernctpu. Npoanya eguHOMUCAME cpes, NaUMEHTN U eKapu 3a HeobxoaMmocTTa 3a
npoAb/KaBaHe NpPefoCTaBAHETO Ha MOAKPEena 3a BCUUKKU Beye AeNCcTBalLM enUAEMUOIOTUYHU PEFUCTPU 33 pedkun bonectu y
Hac, KaTo HayasHa CTbMKA 33 Cb3[aBaHETO Ha TaKa OYaKBaHMA M HeobxoAMM 3a BCUUKM HauMOHaNeH perucTbp 3a peaku
6onectu.

0606uweHa MHopMaLMA 33 eNMAEMUONOTMYHUTE PErUCTPU 3a peaKu 6onectn B Bbarapus
MNHPOPMaLMOHHMAT LLeHTbP 3a peakun 6onectn n nekapcrea cupaum (MLPBEC) nokaHu 3a ydactue B HacToAwma 063op
BCUYKM U3BECTHU KbM MOMEHTa, GYHKLMOHMPALLM Ha TepUTOopmUATa Ha Bbarapua pernctpu 3a pegku 3abonsasaHus. Cbraacue 3a
yyacTve W nojaBaHe Ha aKTyanHa MHPOpMaLMA 3asBUXa KOOPAMHATOPU Ha 8 enuaeMMONOTUYHWM PerucTpu 3a peaku
3a60/19BaHNA, @ UMeHHO (no a3byueH pen):
®  HauuoHaneH perncrbp Ha NnaumeHTn ¢ GeHUNKETOHYPUSA;
®  HauwuoHaneH perncrbp Ha NauMeHTU ¢ TasaceMmsa Manop;
HauuoHaneH perucTbp Ha NaumeHT Hag 18 r. Bb3pacT ¢ XpOHWYHa MuesongaHa neskemus (XMN);
HauunoHaneH perucTbp Ha NaumeHTU ¢ MbPBUYHU MMyHogeduumTn (MNA);
HaunoHaneH perucTbp Ha naumeHTH ¢ 6onect Ha KpoH;
e HauuoHaneH perucTbp Ha nNaumeHTU ¢ 6onect Ha Mowe;
U HauuoHaneH perncTbp Ha NaLMeHT ¢ Mykononmsaxapugosa tvn ll;
®  HauuoHaneH perucTbp Ha naumeHTH c 6onect Ha YUNCHH.
3a 0606LWeHOTO NpeacTaBAHE Ha perncTpute baxa onpeaesneHn caegHUTe NoKasaTenu:
®  roAMHa Ha Cb3faBaHe;
rofMHa Ha nocnefHo obHoBABaHE;
6poi1 NaLuMeHTN NpM NOCAEAHOTO aKTyaIM3NPaHeE;
pasnpefeneHune nNo Bb3pacT;
®  pasnpegeneHue no non;
®  TeputopuaneH obxsar.
KoopauHatopute Ha ennaeM1OoNOrMYHUTE PerncTpm 6axa NoMosieHn cblLo Aa nocoyat bubnunorpadusa c nybankaumm,
NoTBbPMXKAABALMN GYHKLMOHUPAHETO Ha CbOTBETHUA €MUAEMUONOTNYEH PETUCTBP.
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HauunoHaneH perucTbp Ha nayueHTU ¢ PeHUNKeTOHYpUs

Paaka 6onect (MKB-10 koa)

deHunnketoHypus (E70.0)

FoauHa Ha cb3paBaHe 1977
FoauHa Ha nocnegHo obHoBABaHe 2012
Bpoi NauMeHTH NpU NOCNEAHOTO aKTyaiusupaHe 178

PasnpegeneHune no Bbapact

[Jeua (nog 18 r.) —92; Bv3pactHu — 86

PasnpeaeneHue no non

Mbike —97; KeHn — 81

TeputopuaneH o6xsat

HaunoHaneH

[Oou. a-p Anekceit CaBos, am

Koopaunarop HauwnoHanHa reHetnyHa nabopatopus, Codua
1. Kremensky |, Jordanova A, Todorova A, Savov A, lankova S, Georgieva B, Zaharova B,
Kaneva R, Petkova R, Andonova S, Ivanova M, Michaylova E, lvanovaN, Klaydjieva L.
Mutation profile of the most common genetic disorders in Bulgaria. Balkan journal of
Medical genetics vol 3 (4) 3-12, (2000)

Bubnunorpadpus 2. I. Kremensky, A. Todorova, A. Jordanova, A Savov, | Tournev, S lankova, B.

Georgieva, B. Zaharova, R. Kaneva, R. Petkova, S. Andonova, M. Ivanova, R. Rainova,
and L. Klaydjieva. Spectrum of mutations of the most common genetic disorders in
Bulgaria. The Official International E.C. Qual. L. Journal for Quality of the Research.
Voll Issue2 p.172-185 March-April (2003).

HauuoHaneH perucrbp Ha nauuneHTu c Tanacemua Maiiop

Paaka 6onect (MKB-10 Koa)

Tanacemua mariop (D56.1)

FoauHa Ha cb3paBaHe 2009
FopuHa Ha nocnegHo obHoBABaHe 2011
Bpoit nayMeHTH NPU NOCNIEAHOTO aKTyanu3npaHe 255

PasnpegeneHue no Bb3pact

[Jeua (nog 18 r.) — 104; Bb3pactHn — 151

PasnpegeneHue no non

Mbrke — 131; eHun — 119; AHOHUMHN — 5

TeputopuaneH o6xsar

HaunoHaneH

KoopauHatop

[-p LoHKa MuTeBa
NHdopMaLMoHeH LeHTbp 3a peakn 6onectn n nekapcrea cupauy, Naosans

Bubauorpadpus

1. Miteva Ts, Kaleva V, Stefanov R. National registry of patients with thalassemia in
Bulgaria. 4™ Eastern European conference for rare diseases and orphan
drugs — conference proceedings book, 2009: p. 143.
2. MuteBa L, CredpaHoB P, Kanesa B, PaHrenosa M, CrosHoBa [, MaHyunosa K,
CroaHoBa A, KoctoBa [, Koctosa C, Yakbpos W, leoprmesa P, Pubos [.
HaumoHaneH perucTbp Ha NauMeHTM C Tanacemua B bbarapua — pesyntatm ot
NMbPBOHAYa/IHO €NUAEMMO/IOTMYHO NPOYyYBaHe, NMPOBeAEHO Mpe3 nepuoga AHyapu —
anpwun 2010. 1-Ba HaunoHanHa KoHpepeHUMA 3a peakn 6onect u nekapcrea cupaum —
cHOPHUK € nocTepu 1 npeseHTaumm, 2010: 142.
3. Kaleva V, Stefanov R, Semova G, Miteva Ts. National registry of patients with
thalassemia in Bulgaria — results of the second survey made in October 2010.
Proceedings of the 12th International Conference on Thalassemia and the
Haemoglobinopathies, 2011.
4. Mutesa U, Kanesa B, PaHrenosa M, CroaHosa [], MaHywunosa K, CroaHoBa A,
KoctoBa [, Koctosa C, Yakbpos U, Feopruesa P, CtepaHos P. HaunoHaneH perncrbp Ha
nauMeHTn ¢ Tanacemua B bbnrapua — pesyntat, otyeteHu Kbm toHm 2011 r. 2-pa
HaunoHanHa KoHdepeHUMA 3a pefku bonectm u nekapcrTsa cupaun — cOOPHUK C
noctepu v npeseHtaumm, 2011: 148.

HauuoHaneH perucrbp Ha nauueHTy Hag 18 r. Bb3pact ¢ XMJ1
Psaaka 6onect (MKB-10 Koa) XpoHuyHa muenonaHa neskemua (C92.1)
FoauHa Ha cb3paBaHe 2010
FoauHa Ha nocnegHo obHoBABaHe 2012
Bpoit nayMeHTH NPU NOCNEAHOTO aKTyanu3npaHe 328

PasnpepeneHue no Bb3pact

Bb3pactHu — 328

PasnpegeneHue no non

Mbrke — 163; KeHn — 165

TepuTtopuaneH obxsat

HauunoHaneH

[-p LloHKa MuTeBa

Koopaunatop NHpOopMaLIMOHEH LIeHTbP 3a peakn 6onectn u nekapcTea cupauym, MNaosaus
1. CredaHos P, Muxaiinos I, lepuesa /1, Xagkues E, MapuHoBa-lopaHosa B, LiseTkoB
H, BorpaHos /1, PaliHos 0. Enugemuonorna Ha XMJ1 B Bbarapus — NMAOTHO NpoyyBaHe.
Bu6amorpadua CoumanHa meauumMHa M 34paBeH MeHUAXMBHT, 2010, 1:7-13.

2. MurteBa L, Uckpos T, Monosa /1, CrepaHoB P. ENVAEMNONOTMYHN PETUCTPU 33 PeaKU
3abon1ABaHuA. 2-pa HaumoHanHa KoHdepeHUMA 3a peaKku 6onectn u nekapcTsa cupaum
— cbOpHUK Cc nocTepu 1 npeseHTauuun, 2011: 149,
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HaumoHaneH perncrbp Ha nauyunenTtu ¢ NN

Paaka 6onect (MKB-10 Koa)

MbpeuyHM umyHoaeduumtu (D8O, D81, D82, D83, D84, D89)

FoavHa Ha cb3paBaHe 2010

FopguHa Ha nocnegHo obHoBABaHe 2012

Bpoit nayMeHTH NPU NOCNIeAHOTO aKTyanu3upaHe 109

PasnpepgeneHue no Bb3pact N/A

PasnpegeneHue no non Mbxe — 56; KeHun — 53
TepuTtopuaneH obxsar HauunoHaneH

KoopauHatop

MNpoo. a-p Envcaseta Haymosa, gMH
YMBA/ , AnekcaHgposcka”, Codus

Bubauorpadpus

N/A

HauunoHaneH perncrbp Ha nauueHTn c bonecr Ha KpoH

Psaaka 6onect (MKB-10 Koa)

Bonect Ha KpoH (K50)

FoauHa Ha cb3paBaHe 2010
FoauHa Ha nocnegHo obHoBABaHe 2012
Bpoit nayMeHTH NPU NOCNIeAHOTO aKTyaM3npaHe 191

PasnpepeneHue no Bb3pact

[Jeua (nog 18 r.) — 1; Bb3pactHu — 190

PasnpepgeneHue no non

Mbxke — 84; enu — 107

TepuTtopuaneH obxsat

HauunoHaneH

[O-p UoHka MuTeBa

K
oopAvHaTop NHbOpMaLMOHEH LEeHTbP 3a peaKn 6onectn n nekapcrea cupauy, Naosans
1. Muresa L, Uckpos I, Monosa J1, CtedaHoB P. ENUAEMUONOTUYHN PEFUCTPU 33 PEaKU
Bubnuorpadpua 3abonasaHmAa. 2-pa HaunoHanHa KoHbepeHLMA 3a peakn 6onectn n nekapcTea cupaum

— cBOPHMK C mocTepu 1 npeseHTauuun, 2011: 149.

HauunoHaneH perncrbp Ha nauueHTu c bonecr Ha lNowe

Paaka 6onect (MKB-10 Koa)

Bonect Ha lowe (E75.2)

FoavHa Ha cb3paBaHe 2011
FoauHa Ha nocnegHo obHoBABaHe 2011
Bpoit nayMeHTH NPU NOCNIeAHOTO aKTyaiM3npaHe 13

PasnpepeneHue no Bb3pact

[Oeua (nog, 18 r.) — 1; Bb3pacThu — 12

PasnpepaeneHue no non

Mbke — 8; eHu -5

TepuTtopuaneH obxsat

HauunoHaneH

[O-p UoHka MuTeBa

K
oopAvHaTop NHbOpMaLMOHEH LEeHTbP 3a peakn 6onectn n nekapcrea cupauy, Naosans
1. Muresa L, Uckpos I, Monosa J1, CtedaHoB P. ENUAEMMUONOTUYHN PEFUCTPU 33 PEaKU
Bubnuorpadpua 3abonasaHunA. 2-pa HaunoHanHa koHdepeHLMA 3a peakn 6onectn n nekapcTea cupaum

— cbOpHUK Cc nocTepu 1 npeseHTauuun, 2011: 149,

HauuoHaneH perucrbp Ha nauueHTu ¢ MPS tun 2

Psaaka 6onect (MKB-10 Koa)

MyKononusaxapugosa tmn 2 (E76.1)

FoavHa Ha cb3paBaHe 2011
FoauHa Ha nocnegHo obHoBABaHe 2011
Bpoit nayneHTM NpU NOCNEAHOTO aKTyanu3npaHe 7

PasnpepeneHue no Bb3pact

[Oeua (nog 18 r.) — 7; Bb3pactHn — 0

PasnpepaeneHue no non

Mbxke — 7; eHn -0

TepuTtopuaneH obxsat

HauunoHaneH

[O-p LUoHka MuTeBa

K
oopAvHaTop NHbOpPMaLMOHEH LEeHTbP 3a peakn 6onectn n nekapcrea cupauy, Naosans
1. MuteBa L, Uckpos T, Monosa J1, CtedaHos P. ENUAEMMONOTMYHIN PETUCTPU 33 PeaKu
Bubnuorpadpua 3abonasaHuA. 2-pa HaumoHanHa KoHbepeHUMA 3a peakn 6onectn u nekapcrea cupaum

— cbOpHUK Cc nocTepu 1 npeseHTauuun, 2011: 149,

HauunoHaneH perncrbp Ha nauueHT ¢ bonecr Ha YuUncobH

Paaka 6onect (MKB-10 Koa)

Bonect Ha YuncbH (E83.0)

FoavHa Ha cb3paBaHe 2011
FoauHa Ha nocnegHo obHoBABaHe 2011
Bpoit nayneHTM NpU NOCNeAHOTO aKTyanM3npaHe 162

PasnpepeneHue no Bb3pact

[Jeua (nog 18 r.) — 14; Bb3pacTtHu — 148

PasnpegeneHue no non

Mbrke — 90; KeHn —72

TepuTtopuaneH obxsat

HauunoHaneH

KoopauHatop

[-p LoHKa MuTeBa
NHbOpPMaLMOHEH LEeHTbP 3a peakn 6onectn n nekapcrea cupauy, Naosans

Bubaunorpadpus

1. Muresa U, Uckpos T, Monosa /1, CtedpaHos P. ENUAEMUONOTNYHN PETUCTPU 33 PeaKU
3abonasaHua. 2-pa HaumoHanHa KoHdepeHUMA 3a peKkn 6onectv n 1ekapcTea cvpaum —
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| CcHOPHUK € nocTepu 1 npeseHTaumm, 2011: 149.

CnUCHK € U3NON3BAHUTE USTOYHULIM U BPB3KKN

Pernament (EO) 141/2000 Ha EBponeiickua napaameHT u Ha CbBeTa 3a iekapcTeaTa cupaum
http://ec.europa.eu/health/files/eudralex/vol-1/reg 2000 141/reg 2000 141 bg.pdf

OupekTtuea 2011/24/EC Ha EBponeiickusa napnameHT u Ha CbBeTa 3a ynpaskHsABaHe Ha NpasaTta Ha NauMeHTMTe NpPu TPaHCrPaHUYHO
34paBHO obcnyxKBaHe

http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:L:2011:088:0045:0065:BG:PDF

CbobLeHne Ha KomucuaTta fo Esponelickua napnameHT, CbeeTta, EBponeliickua MKOHOMUYECKU U coumaneH komuTeT u Komuteta Ha
pervoHmTe OTHOCHO peaKuTe 3abonasaHunA: NpeansBMKaTencTeata 3a Espona

http://ec.europa.eu/health/ph_threats/non com/docs/rare_com bg.pdf

Mpenopbka Ha CbeeTa Ha EC (2009/C 151/02) 3a aelictue B 06nacTTa Ha peakuTe 6onectu
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:C:2009:151:0007:0010:BG:PDF

KomuteT Ha ekcneptute no peaku 6onectn kbm EC (EUCERD). CbBmecTHa paboTHa cpewa Ha EUCERD v EBponelickaTa nekapctseHa
areHumsa (EMA): Kbm ny6anyHO-4acTHO NapTHLOPCTBO B 061acCTTa Ha perncTpuTe 3a peaku 6onectu, 4 oktomspum 2011.
http://nestor.orpha.net/EUCERD/upload/file/EUCERDSummRegistries041011.pdf

EBponeickn NpoekT 3a pa3paboTBaHe Ha HaUMOHAAHM NaaHoBe 3a peaku 6onectn (EUROPLAN). Mpenopbku 3a paspabotsaHe Ha
HaLMOHaNHW NaaHoBe 3a peakn Bonectu

http://www.europlanproject.eu/ newsite 986987/Resources/docs/2008-2011 2.EUROPLANGuidance.pdf

EBponeickn NpoekT 3a pa3paboTBaHe HA HALMOHaNHM NaaHoBe 3a peaku 6onectn (EUROPLAN). M360p Ha MHAMKATOPM 3a OLEeHKa
Ha NOCTUXeHWATa Ha MHULMATMBKM B obnacTTa Ha peakuTe 6onectn

http://www.europlanproject.eu/ newsite 986987/Resources/docs/2008-2011 3.EUROPLANIndicators.pdf

EBponeiicka nnatdopma 3a pernctpm 3a peaku 6onectv (EPIRARE)

http://www.epirare.eu/

Posada de la Paz M, Groft S C (Eds.). Rare Diseases Epidemiology. Springer’s Advances in Experimental Medicine and Biology, Vol.
686, 2010

Orphanet. Peructpu B EBpona, Mopeguua aoknaam Ha Orphanet, aHyapu 2011
http://www.orpha.net/orphacom/cahiers/docs/GB/Registries.pdf

MuHUCTepCTBO Ha 3apaBeona3BaHeTo. HaunoHanHa nporpama 3a pegku 6onectum (2009 —2013)
http://www.mh.government.bg/Articles.aspx?lang=bg-BG&pageid=427&categoryid=889

2-pa HaumoHanHa KoHdepeHUMa 3a peaKn 6onecTu U nekapcTBa cupaum — cBOpHUK ¢ nocTepu u npeseHTauum, 2011
http://raredis.org/pub/Newsletter/Conference Book 2011.pdf
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