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CKbNu NnpuUAaTenn u Konerm,

3a meH e yaoBosacTeMe Aa Bu npeacraBs cbBMeCcTHUMA COOPHMK
oT 4-Ta HaumoHanHa KoHdepeHumsa 3a peaku 6onectn u nekapcrea
cupaun mn 1-ea HaumoHanHa KoHdepeHuMa no peaku bonectn 3a
CTYAEHTM N0 MeagnLmHa.

ToBa ,ABOMHO” cbbutne npes 2013 r. 6e eauH 6escnopeH
ycnex 3a KaysaTa , peakun 6onectn” B bbarapua. KaTto yHMBEPCUTETCKU
npenogasates CbM NPUATHO M3HEHAAAH OT LUMPOKUA OT3BYK U ronam
MHTEpeC KbM CbbOUTMETO cpen CTyAEeHTUTe OT BCUMYKM 6 BUCLIMK
MEOMUMHCKN yynmnuwa y Hac. Mckam M3Karka cBoATa cneuuasnHa
6narogapHOCT KbM NbPBOM3TOMHMKA HA Ta3M uMAeA W [NaBeH
OpraHM3aTop — PbKOBOACTBOTO W 4jeHOBeTe Ha Acoumaumata Ha
cTyaeHTuTe meanum — Nnosams (ACM — Mnosams). Kato meanLMHCKM
cneumanuct, pabotew, oT roAMHM no npobnemuTe Ha peakuTe Oonectu, C ronaAmMo
33/4,0BOJ/ICTBOTO KOHCTAaTUpPaM eNaHWeTo 3a HOBM 3HaHMA M ambuumaTa 3a cebeaoKasBaHe Ha
HawwuTe 6baewm Konern. Moxe aa ce Kaxke, Ye cneg 1-sa HaumoHanHa KoHdepeHUMa No peaku
6onectu 3a CTyAeHTU N0 MeAMLMHA BCUYKM NIEKApPU M NALMEHTU Ce yBEpPUXMeE, Ye pacTe eaHOo
HOBO MOKOJIEHNE, KOETO aKTUBHO M NON3OTBOPHO LEe Ce BKAKYM B HACTOALMTE HU U HbaeLm
ycunua B obnactra Ha pegkute 6onectn. Hagasam ce ToBa cbbuTMe aa ce NpeBbpHE B eAHa
nobpa TpagmMuma 3a cTyaeHTUTe No meanumHa B bbarapus.

4-ta HaumoHanHa KoHdepeHUMa 3a peaKkn 6Honectn n NekapcTsa CMpPaLLM, KaKTo M LAnaTa
2013 r. 65xa HacMTEHM OT KbM HOBOCTM MO OTHOLWIEHMe Ha peakuTe bonectn. HaumoHanHaTa
nporpama 3a peaku 6onectm (2009 — 2013) odMuMaNHO MPUKIKOYM CBOETO [AEUCTBUE.
Mporpamarta He ycns Aa M3Mb/HM AOKPal BCUYKUTE CU LENun, HO 3a JIeKapuTe U naumneHTute y
Hac TA e ycnex. Ycnex e, 3aW0To Aafe racHOCT U BUAMMOCT Ha npobnemute B Tasu coepa,
0bLWecTBOTO HX Hayuu 3a TAX, a peaKkuTe 6onecTn ca Beye yTBbPAEH NPUOPUTET B AHEBHUA pes
Ha 3apaBHUTe Bnactu. 2014 r. 3ano4Ba yBeL,aBaLLo — O4aKBamMe CTapTUPaHETO Ha HAaUMOHaNeH
pernctbp 3a peaku 6onectn, obosHayaBaHe Ha EKCNEPTHU LEHTPoBe U pedepeHTHU MPEKM,
KaKTO M CTapTUpaHeTO Ha HOBa, 2-pa HaumoHanHa nporpama. ToBa ca 3HaYUTEsSIHU
Bb3MOXHOCTU M OT BCEKM eAMH OT HaC 3aBUCKM [OO0KOJKOTO Te we 6baaT MaKCMMasiHO
M3MNON3BaHW 332 peanm3mMpaHeTo Ha Hanpeabk No BbNpocuTe Ha peakuTe 6bonectu B Bbarapus.

Mckam ouwe BegHbXK p[a bHnarogapa Ha BCUYKKM yyacTHMUM B 4-Ta HaumoHanHa
KoHdepeHuMA 3a peakn 6onectn M nekapcTea cupaum n 1-ea HaumoHanHa KoHdepeHUMA No
peaKku 6onectu 3a CTyAeHTU No meamumnHa. KoKoTo M KAMWKpaHo 4a 3By4u, BCEKM eanH oT Bac
MMa CBOATA PONA M 3HAYeHMe B HalwaTa obuwa mucus. OT ycunmaTa U 3HaHUATA HA BCEKU 3aBUCK
OANV KPalHUAT pe3ynTaT OT HaliMTe CbBMECTHM AEeMHOCTU Le O6bae OTYETEeH KaTo ycnex U e
AOoHece oce3aemu noaobpeHMA 3a xopaTa C peaku OGOnNectM y Hac, TeXHUTe CeMencTBa U
NleKkyBalyM cneumanmncTu.

Bnaropapsa Bu!

Mpod. a-p Pymen CredaHos, am
MNpeacenaten Ha BAINOH
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Cecual

EBponeuncKa aupeKrtusa
3a TPaHCrPaHUYHO 34paBeona3BaHe —
npean3BUKaTeNCTBa U Bb3MOXXHOCTU

Mopaepatopu: Mpo¢. PymeH CredaHos
Bnaagumup Tomos

EKcnepTHUTE LEeHTPOBE NO peaKu 60necTu 1 oueHKaTa Ha 34paBHU
TexHonoruu B bvarapua cneg Aupektusarta 3a TPaHCrPaHUYHO
3Apaseona3BaHe

P. CmecpaHos

OvpekTusarta 3a TpaHCrpaHMYHO 34paBeona3BaHe B NOAKpPeNa Ha XOparTa,
3acerHartu ot pegku 6onectu — HageXaa U TpesBora
B. Tomos

OueHKaTta Ha 3apaBHU TeXHoNoruK B UTanmna — onuT U AeiMHOCTU Ha
HauuoHanHarta areHUUA 32 perMoHaNnHo 34paBeona3BaHe
A. Munuope
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EKcnepTHUTe LeHTpOBe

no peaku 6onectn n oueHKata Ha
3ApaBHU TexHonoruu B bvarapusa
cnhep, AupeKTuBaTta 3a TPaHCrPaHUYHO

34paseona3BaHe

Mpo¢. PymeH CredpaHoB

EKCMNMEPTHU LLEHTPOBE
MO PEAKWU BONECTH
B BbJIFTAPUA

OWUPEKTUBA 2011/24/EC HA EBPOMENCKUA
NAPNAMEHT U HA CbBETA

OT 9 mapr 2011 roguHa
33 yNpakHABaHE HA NPABATa Ha NALMEHTUTE NPU TPAHCFPAHUUHO
3ApaBHO oBcAyHBaHe
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AWPEKTUBA 2011/24/EC HA EBPONENCKUA
MNAPNAMEHT U HA CbBETA

oT 9 mapT 2011 roguHa
32 YNPaXHABAHE HA NPABATA HA NALIMEHTUTE NPU TPAHCIPAHKUHO
3ApaeHO o6cayxeaHe

* OTrOBOPHOCTM Ha b RKABUTE-YIE HKM NO OTHOWEHHE HA
TPAHCTPaHNYHOTO 3APaBHO 0BCNYKBaHe

Bb3CTaHOBABAHE HA Pa3XOAMTE 33 TPAHCTPAHUIHO 38PABHO
obenykeaHe

CLTPYAHHUECTBO B OBNACTTA HA 30PABHOTO OBCAYIKBAHE

Hnen 21

TpaHcnorupare

1. lbpKaBUTe-UA@HK U BBBEXK/AT B CUNA 3AKOHOBMTE, NOA33KOHOBWTE U
a/\MUHNCTPATHBHWTE pasnopeaby, HeoGxogumn, 3a fa ce

CbOBPasAT ¢ HACTOA LATA AAPeKTUBa, A0 25 oKmomepu 2013 2. Te
He3a6aBHO MHGOPMAPAT KOMMUCAATA 33 Tesn pasnopeabu.

OWPEKTUBA 2011/24/EC HA EBPONENCKUA

NAPNAMEHT U HA CbBETA

oT 9 mapr 2011 roguHa
3a ynpasHABaHe Ha NPaBaTa Ha NALYM EHTUTE NPU TPAHCIPAHWUHHO
3ApaBHO 06CAYKBaHE

Unen 12 Eaponeiicku pethepenmuu mpesicu (EPM)

UNEHKM, NO-KOHKPETHO B 06NACTTa HA peaKuTe 3a60AABAHMA. ..

w N

. [AbpKaBUTe-41eHKN Cé HAChPYaBaT A3 NOAMNOMAraT PA3BATUETO Ha
EBponedckaTe pedepeHTH Mpexn...

4. Komucusta:

a) NpMemMa CIMCHK C KOHKPETHUTE KPUMTEPUM 1 YCAOBKE, KOMTO EPM Tpabea 23
M3MLAHABAT...

b) paspaboreaun nybAMKYBa KPUTEPHK 33 CH3AABAHE W OLEHKE Ha EPM;

€} ynecHaBa oBMeHa Ha MHOOPMALYRA 1 EKCEPTHH NO3HEHWA BHE BPL3KA C
WarpamaaHeTo Ha EPM W TRXHaTa OUeHKa.

1. KomMcuata noAnoMara AbpwasuTe-UaeHKA B Pa3BUTARTO Ha EPM meway
[OCTABYULIA HA 3,paBHO OBCAYKBAHE M EKCNEPTHM LIEHTPOBE B AbpPXKaBUTe-

. EBponeickiTe pedepeHTH MPEKN AMAT Halk-MANKO TPU OT CresHITE Lieni...

DUPEKTUBA 2011/24/EC HA EBPONEACKUA

NAPNAMEHT M HA CHBETA
oT 9 mapt 2011 roguHa
32 YNpaxHABAHE HA NPABATa HA NALMEHTUTE NPU TPAHCIPAHKUHO
3/paBHO 06CAyKBaHE

Ynen 13 Pedxu 3abonsearus
KomucnaTa NOAKPENA AbPKABATE-UAGHKM B ChTPYAHWIECTBOTO 32 pa3paboTeaHe
Ha KanaluTeT 3a ANarHOCTAKE W EYEHNE, MO-KOHKPETHO KaTo Lean:

E) Aa ocBefoMABa MEJMUMHCKATE CNeLNANCTM 33 NHCTPYMEHTHTE, C KOUTO
Te pA3NONATAT Ha PABHULLETO Ha Cbio3a A KOUTO MOANGMaraT NpashnHaTa
[AATHOCTUKE Ha peaKuTe 36008 BaHNA. .;
[ 0CBRA0MABA NALMEHTUTE, MEANLNHCKNTE CNEUMAANCTA 1 OPraHuTe,
OTrOBAPALLN 33 GUHAHCAPAHE Ha 3/paBHOTO obcayXKBaHE, 33
Bb3MOMHOCTUTE, OCUTYPeHK ¢ PernamerT (EO) 883/2004, 3a nanpallarHe
Ha MALMEHTA C Pe/KM 3360N5BaHNA B APY T AbDKABA-MARHKA 10pU 33
ANArHOCTUKE N nedeHune, KOWTO He ce NpeanaraT 8 AbpXaBaTa-4neHKa no
OEMrypABaHE.

&

Furopean Unien Comitles of Exper's
an Rare Diseases

EUCERD

MPENOPBKU 3A
KPUTEPUK 3A KAMECTBO
3A EKCNEPTHUTE
LLEHTPOBE
3A PEOKW 3ABONABAHUA
B AbPXKABUTE-YNEHKU

BG

F-

BG

*

JWKAEBATAPES
BO HA SUPABEOTIAYDATIETO.

Rl 4

LIRS

PABOTHA TPYNA
KbM M3




CBOPHMUK C MPE3EHTALIUM U MOCTEPU

NPOEKTOHAPEAEBA 3A OBO3HAYABAHE HA
EKCNEPTHU LLEHTPOBE 3A PEAKW BEONECTU U
PEAA 3A CbOBLLABAHE, PETMCTPUPAHE,
NOTBBLPHAABAHE M NPOCNEAABAHE HA
PEAKUTE BONECTHU

+ EKCNepTHW LIEHTPOBE No peaku Gonectu

* CNMCBK Cpeaku Gonecn

+ CvboblyasaHe W Npoy4BaHe Ha peakuTe Bonectu

¢ Mo W perucTprpate Ha peaknTe Gonectu
s Q6xaneaHe Ha peaxuTe Gonec

* PerucTpauua 1 OTYMTaHe Ha peaKuTe Bonectu

OLIEHKA HA 3[IPABHM
TEXHO/10TMM (03T)
B Eb/ITAPUA

HAKPATKO 3A O3T

Bcerv npouec Ha pasraekaaHe U OTHUTAHE Ha ceolicTeaTa Ha
MEAULIMHCKUTE TEXHONOMUK, KOUTO CE U2NoN3eaT e
3APaBeonNazBaHETo — 6ezonacHocT, eduKacHocT, npunokeHne,
WHAMKA LMK W VK333 HWA 33 M2N0A3RAHE, edeKTUBHOCT Ha pasxoauTe,
WKOHOMWYECKK, COLNAAHK M €TUYHW NOCAE ACTBUA.

LE HA O3T

PelleHWATa Ha 3APABHUTE BAACTH 33 M3N0N3BHETO W 3aNA3LLAHETO
Ha MEAMLMHCKM TEXHOAOTUM B 3AP3aBEONA3BAHETO Ce B3UmMAT
WHGOPMMPAHO W OGEKTUBHO B PAMKUTE Ha NPO3PaveH M OTBOPEH 3a
06L1eCTBOTO NPOLLEC.

Brueex4aHeTO M NpnAaaraHeTo Ha 03T cbagasa npozpadHa u
obeKTHBHA cpea 3a Ha UH n6;

pelleHns, Ho cama no cebe cu 03T He B3ema peLleHnal

3ALLO 03T?

MpoGaemu npea oBILECTBEHOTO 3APaBEONa3BaHe AHEC:

© YNIpaBAeHUe Ha Pa3XOANTE 33 3paBEONa3BaIHE

* COUMANEH ACNeKT (€THUHW AUNEMM W 0B IECTBEHM HarnacK)

* MoAKPENa 33 HAYYHO-TEXHONOTMYHWTE MHOBALWMM {(/ICaBOHCKM
npoTokon)

1971r.

3apasHK pedopmm, l

«Bcuukn EDEKTUBHUA Tepanuu TpaGea 4a ca A0CTbNHM 32
HACENEHMETO.» (Mo, Aputiund Kowpelin (wommocku enudemuonoe)

HAacoOYeHW KbM CBMBaHe
Ha pasxoguTe

2000r.

KbM YNPaBAEHNE Ha
KauyecTBoTO M pMcKa

1990 r I 3ApasHU pedopmM, HACOYEHU

«uBevyky EPEKTUBHU U MIKOHOMWYECKW M3MOAHU Tepanin 1997 r
TpAGea 4a ca AOCTENHM 32 HACSACHNETO. » MTpop. Amni Yuname o
(menuiicy ukoHomuCm)

OWPEKTUBA 2011/24/EC HA EBPONENCKUA
NAPAAMEHT U HA CbBETA

oT 9 mapt 2011 roauHa
3a ynpasHABaHe Ha NPasaTa Ha NaLy eHTUTe NPK TPAHCTPaHUMHO
3ApaeHo obcayKBaHe

Yner 15 Compydnudecmeo e onacmma Ha O3T

1. CproswT NOAKPena U ynecHABa ChTPYAHUYECTBOTO U obmeHa Ha HayJHa
MHd)OpMELLMR MEXAY AbPMKABATE-HAEHKN B PAMKATE Ha Mmpexka, narpajeHa Ha
A06POBOAHA OCHOBA, CBLP3BALLA OMPEAE/E HUTE OT JbPWABUTE-LABHKMA
HALMOHANH N OPraHi Man UHCTUTY LMK, OTTOBOPHM 33 O3T...

» U.ElW!TE Ha MpexaTa 3a OU@HKa Ha 3/ paBHuUTe TexHoNornmca...

. 33 M3NBAHEHUETO Ha LenuTe no naparpad 2 mpexaTa 3a O3T moke A3
MOy 4&8a NOMOLL, OT CTPaHE Ha Chiosa...

4. KOMACHATE NPMemMa HEOBXOANMNTE MEP KM 33 CbaAaBaHETO, YNIPABARHMUETO 1

NpPO3PaUHOTO GYHKUNOHNPAHE Ha Ta3h Mpexa...

w N

MACTOTO HA PEOKWUTE BONECTU
1 NEKAPCTBATA CUPAUU
B KOHUEMNUWUATA 3A 03T

JleKapcTBaTa CMPaLlM €3 e KAPCTBEH A NPOAYKTH, KOWTO:

* €3 NPEAHAIHAYEH 33 GUArHOCTUKA, NPOGUABKTHKA UAN AleHeHUe Ha peakn BonecTH;
® €3 CBBLP33HM C BUCOKM Pa3koau 33 HUPA v mantk 6poi NauMeHTH, COTBETHO Ha
NpaKTHKa ca npu NA33RHAM YCN0BUA;

¢ 3 4etTO MbPBATa 38 CuCTORHNR, 33
KOWTO HAME ETHOAOTMHHO ABHEHHE KM MOMEHTE,

03T npu NeKapcTBaTa CHpALM € 3aTpy/AHeHa oT:
*orp WHHIA AaHHM U

Ha NyCkaHe Ha nasara;

* HEBBIMOMHOCT IEKAPCTBATE CMPALY A3 OTTOBOPA Ha KOHBEHLYOHAHUTE KPUTEPUM
33 pazxoA-edeKTUBHOCT;

+ 0BLIO HEMO3HABAHE 1 MpeHeBperEane Ha COUMANHATA TEKECT Ha peAKUTe GonecTy;
* ETUMHU AUnemu.

KbM MOMEHTE

3ATPYAHEH KPAEH 40OCTBMN A0
WHOBATUBHWUTE TEPANUU

[
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Bb3MOXHU NOAXO4U NMPU O3T 3A
NEKAPCTBATA CUPALIU

MPOB/EM: /IUMCA HA
ENAAEMUONOTUYHU U KTIMHUYHU
JAHHU

* PEry/iaTOPHUTE OPrakK AABaT BUCOKA AOKA3ATENCTERHE TEMECT HA KANHMHWTE AGHHM,

* Pery/IaToOpHOTO ONACEHNE B CIYYaR HA NEKAPCTBATA CMPALM € HE TOAKOBA NOKA3ATENR
Pa3KOA-eDERTMBHOCT, KOAKOTO AMMCATA HA 33ABADONEH M KAMHMYHK AOKA3ATENCTED.

 OTCLTCBHETO HA ENUAEMUBAOTHUH I AHHI 33 PEAKMTE BONBCTH HIMMPA OTPAMEHME U B
NPOUECHTE HE NAGHWPAHE HA 3APABHNTE PA3XOAM HA HELMOHAAHO HBO.

PELUEHUE: ENMMAEMUOAOTUYHU
PEFMCTPU 3A PEOKU BOJIECTHU
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Bb3MOXHW NOAX0A4U NPU O3T 3A
NEKAPCTBATA CUPALIU

NPOBJIEM: BBAUMOJEACTBUE HA
AHANU3A PAZXOA-EPEKTUBHOCT C
MEAUUUHCKWU KPUTEPUU

+ Knlouosn dhaKTOpPU: KABOTO3a CTPALLABA LL| XaPaKTEp Ha peaKkuTe BoreeTh,
TEXKECT Ha 33 60NABAHETO, Bb3MOXHM 3APABH N NON3 W, CONMAAPHOCT,
PaBEHCTBO, COLMANHE CIPaBEA/INBOCT. .

PELLIEHUE: OUEHKA HA JOBABEHATA
KIMHUYHA CTOMHOCT HA NNEKAPCTBATA
CUPALUN B KOMBUHALMUA C
MEAUUNHCKA U COUMATHU KPUTEPUK

Bb3MOXHU NOAXO4U NMPU O3T 3A
NEKAPCTBATA CUPALIU

NPOBAEM: IUNCA HA NPO3PAYHOCT U
OTYETHOCT

+ fluncaTa Ha NPO3PaHHOCT Cb3/A3Ba YCRlaHe, e PeLUIHNATE 33
permBypCMpaHe ca MPOM3BOAHN N/ AN NpeAHaMepeHn.

PELUEHME: NPUObPHAHE KbM MEXKAYHAPOAHO
NPU3HATUTE CTAHOAPTU HA MEOULIMHATA,
OCHOBAHA HA OOKA3ATE/ICTBA;
PALMOHANEH U3EOP HA KOMMAPATOP MPU OLEHKA
HA JJOBABEHATA CTOMHOCT;
U3NON3BAHE HA TBBPAU NOKA3ATE/IU 3A OLIEHKA

Bb3MOXHU NOAXoA4u NP 03T 3A
NEKAPCTBATA CUPALIU

NPAKTUHECKN CbOBPAXEHUA

¢ 13N0n3BaHETO Ha 03T Y HAC 33BUCK CBULO W OT HaHUHA Ha LANOCTHOTO
Y HKUMOHNPEHE Ha 3ApaBHaTa cucTema => 03T He e Nanalen.
 TTp1 BCAKO PeLIEHME BUHAMN NiMa N MOMEHT Ha NOANTUMEcKA hakTop => B

MPAKTUKATA He BCMMKO @ JOKA33TE/ICTEA 33 @DEKTMBHOCT Ha pasxoauTe.

* 03T e camo NOMOLLEH MHCTRYMEHT NTPK B3EMAHETO Ha PeLIEHMA => B
KpaiiHa cveTka BBNpockT e gann 03T e no-g06pa antepHatiBa Ha cera
AeACTBALNTE MEXaHU3MUT

Cb3ABAHE HA UAMOCTHA PAMKA 3A
O3T B bbJITAPUA
« HEBABUCUMOCT

* CraTyT Ha nesascuma OBUIeCTEE Ha CTPYRTYPA

= DUHEHCOBE BETOHOMHOCT

* OTHpUTH 1 MPO3 pasHI

= Hecvemectasane ¢ ap
= Miskniodsan e Ha koH

+ HAYSEH Noaxoa

+ POLUICHUATS U NPEMOPBHATE 8 U3AIEAT H3 B32Ta H3 HAYUH U A0K3 JATENCTEA U UICTCALEHUA

* PRIIGHUATA U MPEMOPBHATE C OCHORIRAT Ha H al-3KT YAHUTE W HAAGKAHI HAYHHU B3 HHW
* EHO AGUHIDA H3, CTOMKTHA U OBEKTUE A METOAONBTAA Ha paBoTa
« MYATUAUCLIUNAWHAPHOCT

* LLAPOK CrIGKTB{ OT HaYH HW MHCTPYMEHTU 1 NOAXOAN

! =<
W

3§ ;
)

«He no3seonseaitte npecnenBaHeTo Ha

Aobpo».

nep¢exruorw%touakapa aa
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

[AuvpekTusata 3a TpPaHCrPaHUYHO
3ApaBeonasBaHe B NoAKpena Ha

Xopara, 3acerHaTv ot peaku 6onectun —

HaZAeXAa 1 Tpesora

Bnhagumup Tomos

HATMOHAJIEH AJMAABC HA
XOPA C PEIKH BOECTTH

OT MOWE ACOLALIMA OO0 EBPOA3WATCKU
AINMAHC I;,O-REJ:IKM BEONECTH

BULGARIA

=4

1999r POIUTE/I HA JIELLA € BOJIECT HA TOLLIE PETHCTPUPAT ACOLMAIIAA TIO
[PENOPLKE HA EBPOTIEN CKI S TOIIE AJTHAHC

2007r. ITEPBA HATIMOHAJNHA KOH® EPEHIM A Ch3JABAHE HA HAXPE

2009r KOHD E/IEP: SAIMTA HA 3TPABETO

HA EBPOATHATCKH ATTUAHCTIO PE,
BOJIECTH

2012r MOCKBA TTEPBA KOH®EPE]

HATMHAOHAJIEH AJIFAHIC HA
XOPA C PEIKH EQIIECTIH

2010 NOCNEAHA YACT OT NOArOTOBKATA HA OWMPEKTUBA 3A
TPAHCFPAHVI‘-IH/O-S{[PABEOI'IASBAHE

HANMOHAJIEHR AJIHAIHIC HA
XOPA C PEJIKH BOJECTIH

OCHOBHA LIEN HA AWPEKTUBATA
3A TPAHCMPAHWMYHO 3PABECMNA3BAHE

g
=

BULGARIA

2007c IEJIO 3ABEEHO OT BBJT APCKH TPARIAHUWH 34 BL3CTAHOBABAHE
PA3XO/IWUTE 34 TEHEHUE

BAC CE OBPBIIA KbN EBPONEACKIS Ch/l 34 PENIABAHE HA KA3YCA

AHETO HA JUPEKTUBATA EHA BA3A PEIIIEHUETO HA EBPOTIEHCKIASA

europa.eu

IlenTa Ha HacTosALIATa AUPEKTHBRA € fla Ce yCTaHORAT IpaBKJla 3a yJlecHARaHe Ha
ZoeTbIIa 10 Gez0racHo U BHCOKOKAUeCTBeHO TPAHCIPAHHTHO 3APaBHO obciy KpaHe
B Cbl03a 1 /Ia ce TapaHTHPa MeGIJTHOCTTA Ha MAllMeHTHTe B ChOTBETCTBHE C
NPAHLMINTE, yCTaHOBEHH oT Cha, KaKTo U fla ce Hachp4aka ChTPYAHHYECTROTO
MEE/TY IBDYKARNTE-WIEHKH B 06J1aCTTa Ha 3[PABHOTO 0BCIy KBAHE, IIPH [ThJIHO
3aunTaHe Ha OTTOROPHOCTITE Ha IBP/KARITe- WIEHKH 3a OTPeflefIHeTo Ha
COLMTHOOCHTYPHATENTHIATe 00e311eTeHI B 06J1acTTa Ha 3[paBeclasBaHeTo, KakTo |
Ha OpraHW3aLEATa 1 [P eZIOCTaBAHeTe Ha 3APaBHO H MEHLIMHCKO 06CIy;KBaHe H Ha
COLMATHOOCHTY PUTETHI 0BesIIeTe HI, o-CIIeLHaHO 3a Gomecr.

HAMMAOHAJEH AJIFAARIC HA
XOPA C PEJKH BOIECTH

NPUHUMN NPK I'IPMJ%I'{HE HA OWPEKTMBATA

HATWOHAJIEH AJMAHC HA
XOPA C PEJKH BOJIECTH

PASLUMPABAHE CMNEKTBPA HA
NOKPWUBAHE PA3XQOWTE 3A NEYEHVWE

e
BULGARIA

JIBeTe CHOTEME e/IefiBa i GhAT ChIMIACYBAHH; KATO 06 IIPEVIATA HITH HACTOAIIATA
AMPEKTHEA, LM PErfIaMEHTHT: Ha ChI03a 33 KOOPIMHAINI HA CHCTEMETE 34
CcOIHAMHA CHIYPHOCT. [TalHeHTHTE c1e/1Ba /1A He GBAAT MHIABAHH OT TI0-
BIaTOIPHATHITE [PaBa, TApaHTHPAHK OT PerflaMeHTHT: Ha CBIo3a 3a KOO PAMHALTIA
HA CHCTEMHTE 33 COIHANHA CHIVPHOCT, KOTATO HMa Y/IOBHA 33 TOBa. CIE0BATENHO
HA BCEKH MAITHEHT, KOHTO IOMCKa PaspelleHie 3a [0y YaBaHe Ha IOAXGAALIC 33
CBCTOAHMETO MY JIEdeHEE B APYTa ABPKABA-WIEHKA, CIEIBa BUHATH A Ce JaBa
TAaKOBa paspelIeHHe CBIIACHO YeJIOBHATA, IPEABHACHH B periabeHTHTe Ha Chio3a,
KOTaTO BBIPOCHOTO JIGUeHNe & H3MekY OBe3IeTeHAATA, PEfOCTARSHH] OT
Ha ALpraBa Hamp Ha I , K KOTaTo
Ha IAIEE HTA He MOXKe 1a 6BIe OCHIYPEHO TOL05HO fete HEe B PAMKHTE Ha
OIpARAH OT MEeMIMHECKA ITIe{Ha TOUKA CPOK, KATG ¢ HMa IPEIBH HACTOAIOTO
3/PAROEIORHO ChETOARHE HA HUIETO M BEPOATHOTO MY PA3RUTHE.

JbpraraTe-usIeHKN MOTAT /la FbaCTAHORIBAT ZIOMThJIHHITeITHH PA3XOfiH, KaTo
PazxoA 2a HacTaHsBaHe U ITBT HJIM ZICITbJIHUTEITHH PasX0o/iH, HAlIDABeHU OT JINLA C
YBPEXLaHksL, A0PH KOTaTO Te3H Pa3Xofli He ce Bb3CTAHOBABAT [IPH 3PaBHO
oBCay>EBa He, HPEefIOCTARTHO Ha TAXHA TEPUTOPHSL.

B HacTOAILATa IMPeKTHRA CIIeJIRA /1A ce TIPEIRIAH IPAROTO 3a NALeHTa /a
TI0JTy"aBa BCEKH JIeKapCTReH P OZYKT, Paspellied 3a TEPLOBHA B IbpKaBaTa-"WIeHKa
TI0 MeCTGnedeHne, 6P Tol Ala He € pazpelleH 3a ThproBUA B bpyKaBaTa-4JeHKa 1o

OCHTYpSBaHe, Thil KaTO TOBA & HeH3MeHHA UaCT OT [0JIyUaBaHeTo Ha eheKTHRHO
JleueHue B Ipyra [lbpskapa-tuieHKa.

HAMAOHAJIEE AJIAAIIC HA
XOPA C PEJKH BEQIECTH

BULGARIA

BAXEH AKLIET B AVIPEKTUBATA

HAMMOHEAJIEH AJIWATRIC [HA
XOPA C PEIKH BEOIECTH

KAKBO HA CMYLUABA

BULGARIA

O

TlaupeHTH, NOIYUAJIN OTKA3 3a MpeIBapUTeHC pazpellleHHe 110 P HHE, KOUTO
BIIOCJIEAICTBHE Ca OGSBEHH 3a HEOCHOBaTeIHH, (A TMHHHCTPaTHBHO HJIH
¢bAeGHO MpepasriexIaHe HA HCKA HETO H 3aCeCHATOTO JIHIE €
MOJTYYILTO JIedeHHe B Apyra Jbp:KaBa-tuIeHKA). HMAT IPABO Ha TOBA
PA3XOMATE 32 JeteHNe, OAYUEHO B APYTa IbPyKARa-tIeHKA, Ta UM GBIAT 30
PB3CTAHOBEHH B CHOTBETCTRBHE ¢ PasropefiTe Ha 3aKOHOAATEICTBOTO Ha
JbpKaRaTa-wieHKa [0 MecTosleUeHHe.

HacToA1aTa IMPeKTHRA He ce IPKUIara 1o OTHOLIeHHe Ha: YCIyTH 3a
JThJITOCPOMHH CPIDKH, MHATO I1eJ1 € OKaskaHe Ha TIo/IKPerta Ha Xopa, KOHTO ce
HYSKIAAT OT CHIEHCTRIE MPK M3REPITRAHETO Ha PYTHHHME, esKeTHERHI 3a/TAtH.
NpeocTaBAHeTo Ha OPraHy ¢ L)1 TPaHCIIJIAHTAIM: U IOCThIIA ZI0 TAKHBA OPraHu;

[IpH yIpaskEABaHe rrpasm%m{a TPAHCTPAHITHO 3APABHO
oBCyKBAHE 32 BIDKHTENHO 3IPABHOOCHTY PEHITE /1A 3aILTAINAT Ha eueBHOTO
3aBEleHAE B IBP/KABATA WISHKA [0 MECTOMEUEHIE CTOMHOCTTA Ha
IIpeJloCTARHITE HM 3/PAEHH YCIyTH.

PaaxofuTe 3a Tpa HCrPAHIYHO 3PABHO OGCIYKBAHE C& Bh3CTAHO BABAT FUIH
BallIAlAT AMPEKTHO OT ALPKARATA -4/IEHKA [10 OCHIYPABAKE [0 PasMepa Ha
Pa3XOJIHTE, KOKTO G¥xa GHIIH MOETH OT ABPKABATA-UIEHKA [10 OCHTYPARAKE, AKO
TOBa 3ApaBHO 05cIYKBaKe Gellle IIPeAOCTABeHO Ha HellHa TepuTOpHA, fe3 Aa ce
HATXBBLPAAT e HCTBHTETHITE PA3XONH 38 MPEAOLTABEHOTO BAPABHO OBCTYKBARE.

BAIUIAIIAHETO U TIOCJIEZBAIIO Bh3CTAHOBABAHE HA
PA3XO/IUTE /IO HUBOTO HA 3AILIAIIAHE B CTPAHATA HU
CBb3/IABA HEIIPEO/TOJIMMA [IPECPA/TA [TPET IAIHMEHTHTE -
B [IOBEYETO CJIVUAN COLIMATTHO C/TABH

-10-




4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

IHATAIOHAJIER AJIELAHEIC BLA
XOPA C PEJKH BOIIECTHM

BULGARIA

KAKBO HY GMYLLABA

[HAINMOHAJIEHR AJIHARIC HHA
XOPA C PEJIKH BOJIECTH

(

BULGARIA

KAKBO HW CMYLLABA

PasxonuTe 5a TpaHCIPaHHUHO 5APABHO nﬁcm@ CE BB3CTAHOBABAT WM 3alUTALIAT AUPEKTHO OT

[TbhKaBaTa-WIEHKA [10 OCUIYPABAHE [ pasMepa Ha PasXoUTe, KOATO G1xa 61WIH [T0eTH OT IEP>KABATA-

“UIeHKa [Io OCHIYPABaHE, AKO ToBA SAPABHO Geme nip Ha Gesa
ce it pasxXpay 3a 1] S3OpaBHO
JTOpH KOTATO T THHAT pasep 5a UHO 5EpaBHO pasiepa Ha
KonTo Geixa Gy TioeTH, ako e Gusto np Ha Heffna

BKABATA-WIEHKA [0 OCHTYPABAHE MOKE /1A PEILIH JA BB 5CTAHOB M TRITHIS PAsMED.

TIpH yrpaykABaHe PABOTO CH Ha TPaHCTPaH HUHO SPABHOOGCK BAHE SATYBKHTENHO
5IPABHOOCHTYPEHHTE THIA SATUIAIIAT Ha. JIeweGHOT B WieHKa M0
CTOHHOCTTA Ha TIPE/IOCTAB eHHTe 1M SIPABHH FOTYTH.
(2) JIMUATA [0 &1, 1 HMAT TpaBo fia MM GHIAT BESCTAHOBE HH PASXOMATeE
5a [TPeNaCTaBeHATE MM SIPABHH YCTYTH B [{BP/KABATA WIEHKA 110 MECTOMIEUEHHE 10
pasmepa Ha pasxoauTe, koTo HBOK mru MUHUCTEpeTSOTO Ha SApaBeoasBaHeTo
SAILIAAT 52 CHOTBETHIITE 5PABHH YeNyTH B BRICApUs, HO He MoBete oT
MefiCTRHTENHO HAPaBEH HTE PASXOMH 5a IPETIOCTABEHITE SIPABHH YCTYTH.
JAKOHOMPOEKTA E ChC CBRKPANIFEHUA, KOUTO JOINBTHUTETHO OTPAHHUABAT TOCTBITA
10 JIEYEHHE

@)

CBINECTBYBAITIATA KBM MOMEHTA PFT Y, 3A JIEYFHHE HA TP AHUTE
TOKA3A TIOICAKWUTETHN PEIVITATH MPE3 NIOCAEAHUTE T'OHHNU GCOBEEHHO
©OH/IA 3A JEYFEHUE HA TFILA KBM M3 U KOMUCHATA 34 JEYFHUE B UYKEAHA
KBEM H30K

KOMUCHATA 34 NTEUFHUE B YKEUHA KBEM M3 BCE OILIE HE HI
YAOBJIETBOPSIBA CHC CBGSTA JEAHOCT, HG O4AKBAME OIGKUTEJIHA
IIPOMEHU

TPHHIUIIA HA HATPAYK/IAHE U M3EUPAHE HA HAVL JTOEPUS JIEYEGEH IIPOLIEC
HE CE 3ABEJIAI3BA B 3AKOHOTIPOEKTA HA MC

HAMABAME CE KOMUCUWUTE U ®#OH/A JA MPOAL/IKAT CBOATA PABOTA W

HOJOKUTEIHO PA3BUTHE

HATAOHAJIEE AJIFAHIC HA
XOPA C PEJKH BEQIECTH

NCAKPENA 3A NAUMEHTUTE B B BITAPUA

. HATWOHAJIEH AJIVAHIC HA
oy ) >
ey XOPA C PEINKH BOIECTH

NONOXUTENHU NPOMEHU NO OTHOLEHWE HA XOPATA 3ACEMHATU OT

PEQKK SA@HBAHMH

O

[MPEKTHBATA CE CTPEMM 1A A TIPABOTO HA TP LAHWUTE HA
[OCTBIHO M KAYECTBFHO 3/TPABHO OECY A BAHE
3A YJIECHEHWUE CE W3TP; MPEAA OT HH®OP! (OHHH TOYKH 34
PA3ACHABAHE HATIPABATA TIPU TPAHCTPAHWYHO 3TPABECTIA3BAHE

BEITPEKH YE B IIPEJABU/IFHATA MHPOPMAIIHOHHA CUCTEMA HE CE BUAIA

MSCTOTO HA EHTCKUTE OPTAH3, M4 K HAPEJBUTE
OIPEAEJIAT TOBA
OPH3HABAHFETO HA MF, (CKU ITPF; CAHWA CHCTABFHH OT JBPAHABATA

[0 MECTOJIEYHEHHE H GCCUTYPABAHETO HA JIEYUEEHUW TPOIETYPH B

[EPAABATATIO OCHUTYPABAHE JIABA BE3MOAHOCT 3A W3TIOJM3BAHE HA
HEPETHCTPUPAHU JEYEBHU CPEACTBA

[MPEKTHBATA E OCHOBAHUWFE A BBAE PETJIAMEHTUPAH PETHCTBP HA
DAUMEHTUTE C PEJKU BOJIECTH, KOWUTO E B OCHOBATA HA ILITAHOBO U

EEKTUBHO JIEHEHUE
H3IP. ETO HA EKCTIEPTHW LIEHTPGBE U PECEPEHTHU MPEXH HA
OHAJHO U EC HMBO TIO3BCISBA CEMEH HA HHGOP! u
CIL CTH B OBJIACTTA HA PEKHTE BOJECTH
ABMAEHUETO HA MHGOPMAIMS 1 CHEHMATMCTH [I0 TOMSMA CTEIEH IIE

KOMIIEHCHPA HMKOHOMHWYECKHWTE OTPAHUYEHUA 1O OTHOIEHUE

BIDKEHWETO HA TIATIMEHTI

HATAOHAJIEH AJIAAHC HA
XOrPA C PEIKH BOJIECTH

KAKBU CA OYAKBAHWATA NO OTHOLLEHUE HA
PEAKUTE EONECTU

CBH3TABAHETO HA HOBA HOPMAT] YPEABA BH MOLJIO PAIPEIIE
IPOEJIENM CBEP3AHU C:

JIMMICA HA YTBEPAEHU MTPABILTA 3A TOEPA ME, CKA IIPAKTHKA IO
OTHOUIFHWE HA PF, [TE BOJIECTI

JIMTICA HA KIHHUWYHW THTEKH

EKCIIEPTU3ATA 3A TPAHHA HEPABGT QCIIOCGEHOCT — TEJTK

JITICATAHA CHCTEMA 3A PEXARLTUT. HA XOPATA CPEJKW BOJIECTH

JITICATA HA KOJMOBE IO MKE 10

TNIPOBJIEMA C HEPETUCTPHUPAHHW JIEKAPCTBEHH CPEJJCTBA

OEBEXBANIAHF HA IIFTUH JEYFEEH ITPOIEC OT ITPO@ILIAKTIHKA /10 CO
ANATITAIA

EHTCKUTE NPEJACTABATEMA B 3/TPABHATA
CUCTEMA

HOBUITIABAHE POJIATA HA

-11-




CBOPHMUK C MPE3EHTALIUM U MOCTEPU

OueHKaTa Ha 34paBHU TEXHONOTUM B

UTanua — onut u AeHOCTU Ha
HauyuoHanHarta areHuuMA 3a

perMoHanHo 3gpaseona3BaHe

AHTOHMO Mu

nuope
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About myself...

Antonio Migliore, migliore@agenas. it
M.Sc. in Biomedical Engineering
Oct-2006, Univerity of Pisa, Italy;

Researcher at Agenas,
dept. Innovation and development
Qul-2007y;

Main activities
and research interests:

- new technologies

- clinical trials

- regulation and approval
- market access

- systematic reviews

New & Emerging
Technolagies

Clinlcal Research

About Agenas...

age na.s AGENZIA NAZIONALE PER
. P I SERVIZI SANITARI REGIONALI
» National agency for regional healthcare

Misslon: to promote inhovation and quality in healthcare.

- Founded in 1993;

— National agency (based in Rome);

— Financed at 100% by public funds (Ministry of Health);
— About 100 units {(less than 50% permanent positions).

Italy in numbers

-

-

Density: 201.8/km?
GDP (PPP)l2012)

-

- total: $1.834 trillion

— per capita: $30,116

v

Health spendingl2o®
- total: 9.3% of Gross
— per capita: $ 2,964

Hospital beds: 2.8 pe

-

v

-

Nurses: 6.3 per 1000

Population: 60,813,326

Life expectancyl2009: 82 years

Physicians: 3.7 per 1000 pop.

14
OECD

Domestic Product (GDP)

The Italian
healthcare system

A quick overview

r 1000 pop.

pop.

hoto

Health Syslems in Transilion
Vol. 11 No.5 2008

Italy

Haalth system review

uro.wh o,int/en fh

“The Servizio Sanitario
Nazijonale (SSN) is regionally
based and provides universal
coverage free of charge at the
point of service.”

»The National level sets general
objectives and fundamental
principles.

»Regional governments are
responsible for assuring the
delivering of services.

-12 -

The Italian healthcare system -

Structure

» The national level:

- Sets a list of benefits (L£4, essential assistance /evels)that
must be provided uniformly in all the Regions.

— Sets a list of drugs: the National Pharmaceutical Formulary,
outlining which medicines will be reimbursed by the SSN and
which need to be paid for in full by patients, respectively.

-

Regional governments:

The 20 Regions use a hetwork of population-based health
management organisations (ASLs) and public and private
accredited hospitals as providers of services.

Regions are free to provide extra-LEA services but must
finance these with own source revenues.




4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

The Italian healthcare system -
Financing (i)

The main source of finance for the Italian SSN is a mix of taxes
applied both at the Regional and National levels.

The Regions receive funds according to population-hased
criteria (age, gender, mortality rates, epidemiologic indicators).

Then the Regions are free to develop a model for the internal
healthcare management.

—~
Region

-

Payment

Management Lacal health
enserprises - ASL

Provision Public Hospitals - Research Hospitals Private Accredited
ADs - IRCSSs.

Hospitals
St

The Italian healthcare system -
Financing (ii)

resione |~
N
uoia XN
cpitrs o

AL
o e

High reglonal autonomy

% REGIONE = .__
~

Alre ASL

AsL erivats.
(ot H AD: ‘ ‘ acersditato

———— Crib cifanzamanea regionl
— — = e et rcgiest

The Italian healthcare system -
Financing (iii)

In general:

Regions must underwrite vearly ‘Pacts for Health’ to define
healthcare planning and expenditure heeds.

Regions must have their expenditure books “on balance”.

When hooks are “out of balance” the administration of the
Region is addressed to external commissioner hominated by
the Regional government.

Most northern Regions are on balance, while some central
and southern Regions are hot...

The Italian healthcare system -
Financing (iv)
» Prospective payment system {fee—for-service financing)

Services from providers (i.e. hospitals) are paid by fees based
on diaghosis—related groups (DRG) for inpatient activities
and by various mechanisms for outpatient and other specific
services (e.g. intensive care, transplants, chronic patient
management).

DRG-linked fees cover all the services provided to the patient
and are defined at National level.

However, Regions are free to modify the fees on the basis of
specific context analyses.

Agenas and HTA in Italy

Agenas and HTA

The Italian context (i)

» Italy has a “low level” of institutionalisation of HTA.

» Before 2007:
- National level > No HTA activities;
— Regional level = Some Regions;
— Local/Hospital level = Some hospitals (stated to do so);

» Need for central management/coordination of HTA activities:
— Growing HTA culture across the Country;
— Regions wanted to share experience and findings;
— Industry wanted to “speak around a single table”.

Agenas and HTA

Dept. for innovation and development - Iss (i)

Since 2007 Agenas has been committed to support the MoH
in the evaluation of biomedical technologies {(“non-drugs”).

b The Iss department started to perform HTA activities
at national level on the behalf of the MoH.

Misslon: to develop, test, and provide methods and decisional
tools to all levels (central, regional, local) for the management
of health technologies.

-13-

Agenas “in pills”
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

Agenas and HTA

Dept. for innovation and development - Iss (ii)

» Institution of an HTA team {10-12 units; 5 permanent):
- 1 director
- 1 scientific coordinator
— 2 biomedical engineers
- 3 health economists
- 1 epidemiologist
- 1 statistician
- 1 social scientist
- 2 administrative staff

Production

Production

» Lines of activity:

Agenas and HTA Production

Full HTA reports

Production

Title Year

Prostheses for primary total hip replacement in ltaly 2608

;"" g Rapid (bed—side) tests for influenza 2008
Wireless capsule endoscopy in the diagnosis of small bowel disease 2008

Prostheses for primary total knee replacement in Italy 2609

RamdTTTA T ies for the i i ion of i 2009

Reports HIFU for the treatment of prostate cancer 2010

Innovative devices for the management of disbetes 2612

PET-CT for cancer staging 2012

Selective internal radiation therapy SIRT) for colorectal liver metastases 2013

All available in English:
ey s alute, Gow, i v/ pagi jsprmeny

=healthalingua=english

http:

Production -
Workflow Full HTA reports Production

HS reports

“ l l ' ﬁ - -
HS-1: TransApical Transctheter Aortic Valve Implantation 2009

HS-2: Tele-Home Care system based on Digital Video Broadcasting Terrestrial technology 2009

Research protocoll HS-3: Minimally invasive treatment for atrial fibrillation by high intensity ultrasound (HIFU} ablation | 2009

HS-4: Diagnostic test for tyrosine kinase inhibitors treatment for non-small cells (NSC} lung cancer | 2010

HS-5: OCT to evaluate the microstructure of vulnerable atheroscleratic plagues 2010
HS-6: Wireless coronary pressure wire for the measurement of fractional flow reserve 2010
HS-7: 7.0 Tesla magnetic resonance imaging in neurodegenerative diseases 2010
HS-8: Accommodaling intraocular lenses for patients with cataract 2010
HS-9: Implantable device for patients with gastro-oesophageal reflux disease 2011
Review by
stakeholders 12 months HS~10: Raman spectroscopy for early detection of skin cancer 2012

xiemal reviewers

HS-11: Predictive test for the assessment of individual risk of non-familial breast cancer 2013
Hs-12: Optical biopsy probe to diagnose blad der cancer 2013
Public consultation HS:13: Extracorporeal shock wave therapy €SWT) for wound healing 2013

All available in English
hutp lut i paginai jisprid=1

538&menu=healthalin gua=english 22

Production Production

Hs reports Assessment phase HS reports

» What do we mean with “new and emerging technologies"? |
i |
Iidentification of - 1 |

0 new: early adoption in the clinical practice, generally after the ,ﬁgﬁgﬁjﬁjﬁ : | 1 : !
market access, or Ientification | i L
clinical experts i 1 1

O emerging: not yet in clinical practice {pre-marketing, within 6 Tt contact 0 [
months to the market launch, used in few centres), or Seaiches | I

i
I

ssedra |

Qrepresenting a change in the indication/use of an existing
technology, or

(manefacturers +
. clirrical experts)
Q elements of a new system in development phase. i

Comments
diseussion

Final report |

TIaﬂ!Iatlwr
Dissemination

-14 -
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Other products

Title: Year
National survey on tele-rehabilitation 2011
Systematic review of economic evaluations of the use of PET-CT for cancer staging 2011
Systematic review of the methodological instruments used in HTA 2011
Hadrontherapy for cancer treatment: —
overview of the evidence on safety and effectiveness

Renal artery ablation in patients with treatment-resistant hypertension —
a systematic review

Sutures with antiseptic coated equivalents versus conventional sutures: 2012
a systematic review

Implantable devices for the closure of patent foramen ovale (PFC) in adults: 2013
a rapid HTA report

HTA Report Adaptation (1) A health technology assessment of prion filtration of red cell

concentrates toreduce the risk of variant Creutzfeldt-|akob disease transmission in Ireland 2013
HIQA, 26 January 20611}

HTA Report Adaptation (2): Endovascular stents for abdominal aortic aneurysms: a systematic —
review and economic model. Chambers D, et al. Health Technol Assess 2009:13(48)

All available in English

http:/ fwway. salute.gov.it/dis positivi jsp?menu

=health&lingua=english

Production
Other products

» Systematic reviews
— Methods based on Cochrane Coll.

Q

» HTA Report Adaptation: 2
- Methods based on the EUnetHTA Adaptation Toolkit; eunethta
» Rapid HTA report:

- ‘a HTA document answering very specific research and
policy questions [...] with a restricted number of domains (not
more than 4). Choice of domains should be dictated by the
guestions being asked.”- Agenas definition.

Production

Networking ollaboration

Agenas and HTA .

Networking

» RIHTA, Italian network for HTA (2009}

— Management of assessment activities of
health technologies;

Rele llaliana

Technology Asse

— Capacity building activities: analysis of
training needs, sharing of expertise;

— Development of web-based resources to
facilitate information exchange between
Regions;

- MIDDIR Project: Methods for
Investment/Disinvestment and Distribution
of health technologies in the Italian Regions.

Production

Networking

Agenas and HTA

Collaborations (national level)

» Ministry of Health:
- Spending review
- Data collection on medical equipment
- Certification of regional LEA (essential assistance levels) ey
- Italian version of DRGs it el Gkl

» National Institute of Health S 2
- lonizing radiations in interventional radiology - o2
5 S

» National Centre for Disease Prevention and Control
- Evidence-based prevention

» National Italian Transplant Centre
- Guidelines on Ventricular Assisting Devices (VAD)

Centro Nezionale Trasiznti

Agenas and HTA

Collaborations (international level)

P

5,
- European network for Health Technology Assessment

euncthta (31 Countries; 39 Institutions)

~ Partner (nominated by the Italian MoH}

- Leader of WP4 JA2 (collaborative production of HTA information)

International Information Network on

New and Emerging Health Technologies

(21 agencies from Europe, Canada, and Australia)

- Member since 2008

- WHO Compendium of innovative health technelogies for low-resource settings

EuroScan

International Netwark

International Network of Agencies for HTA
INAHTA (46 agencies from 26 Countries}

- Member since 2008

-15-
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EUnetHTA
eunethta

“EUnetHTA is a network, established to create an effective and
sustainable network for HTA across Furope that could develop and
implement practical tools to provide reliable, timely, transparent and
transferable information to contribute to HTAs in members states.”

“Main objective: to connect public national /regional HTA agencies,
research institutions and health ministries, enabling an effective
exchange of information and support to policy decisions by the
Member States.”

“Joint Action 2 (2012-2015) will develop a general strategy, principles
and an implementation proposal for a sustainable European HTA
collaboration according to the requirements of Article 15 of the
Directive for cross—border healthcare.”
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X,

N

EUnetHTA

JA 2 (2012-2015)
eunethta

Work Packages (WP)

. Coordination

Dissemination of the project

Evaluation of the project

. Testing collaborative production of HTA information

for national adaptation and reporting

Applying the HTA Core Model for Rapid Assessment

for national adaptation and reporting

Information Management Infrastructure and Services (IMIS)

. Methodology development and evidence generation:
Guidelines and pilots production

. Maintenance of HTA Core Model infrastructure

to support shared production and sharing of HTA information

LN

v

N

o]

-16 -
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eunethta

EUnetHTA

JA 2 (2012-2015)

Work Packages 4 (WP4):
Testing collaborative production of HTA information
for national adaptation and reporting

WP4 Lead Partner: Agenas (ltaly)
Associated partners: 19 institutions
Collaboration partners: 8 institutions

National Center of
Public Health Protection

Main outputs: 3 Full Core HTAs R
- 15t Core HTA = Draft production is ongoing
- 2nd Core HTA = Call for topics

- Methodological Guidance = Draft ongoing
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Cecua 2

EKCnepTHU ueHTpoBe U pedPepeHTHU MPEXHU
no peaku 6onectu 8 bvarapua (1)

Mogepatopu: Mpod. lreopru Muxaiinos
MNpod¢. CredaH NopaHos

» Hawwuar onut B neueHmne Ha Tanacemua maop NO NbTA KbM Cb34aBaHETO
Ha pedepeHTeH LEeHTbP
I. Muxaiinos, C. Towkos, M. PaH2enoea, B. Xpucuyes, C. Axmed

» EBponeiicKo pbKoBOACTBO 3a cepTuduLUpaHe Ha LLeHTpoBe Nno
xemodpunus
B. Kanesa

» EKCnepTHU ueHTpoBe 3a AUarHOCTUKA U KOHTPOA Ha
OHKOXeMaTo/1I0rMYHuTe 3abonasaHuA
M. leHosa

» Mo NbTA KbM U3N1E€KYBAHETO: CbBPEMEHHU 4UArHOCTUYHU U TepaneBTUYHMU

Bb3MOXXHOCTU B KIMHUYHATA XemaTonorma
C. lopaHos, B. lopaHoea-MapuHoea

-17 -
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HawwuAar onut B neueHue Ha
Tanacemua maiop
NO NbTA KbM Cb34aBaHETO Ha
pedepeHTeH LeHTbP

MNpo¢. Nreopru Muxaiinos,
A-p Mupena PaHrenosa

Hauaaoro

[ ] Bus BpBska cbe 3anioBea Ha M3, pes 1999 roa. 14 manuenTa
¢ Taracemua Maliop ca IIPEXELPAEHI 32 AeUele OT
Tasacemuuung Hentbp Ha CBAAAB — EAA mp. Codna s
HILIXT, Topasy TOBA, e Ca Ha Bh3pacT HaA 18 roaunm.

® AedeHVETO Ha HALUEHTUTE Ce OChIIECTEABA B HOAHIMHA CTad
B paMENTE Ha KAMHHKATA [10 XEMATOAOTHA, KbAETO C6 ACKYBAT
TOAAM 6pOT [TALHEHTH ¢ PASANMHI OHKO-XEMATOAOTTIMHI
s3aBoAgBAHNA.

L] B CcTaATa He Ce HPGBS}KM XHMHOTSPQHI/U]’ HO ce OCBILIECTBABA
XeMOTPaHC(#ySHOHHa TSPQHI/U] Y Ha MHOTO APYI'I/I TTalTeHTH ¢
PQSAH"H—H/I XeMaTOAOTUYHIT SQGOAHBQHHH AT BTOPH"IHI/I
AHEMITYHIT CHHAPOMI/I.

IIpomanara

B CeKTOP‘bT IO TAAACEMHH U NMATOAOTHYHH
xeMorao0mHH ce 060cobaBa KATO CAMOCTOATEAHA
eananiia mpes 2004 roa,., koraTo e TIOCTPOEHA HOBATA
crpasa Ha HIIXT.

TePI/ITOPHZAHO € PAsSIIOAQNKCHA MSBPH KAWMHHEATA [1C

3

-~

XCMATOAOTHA, B KOATO CE ACKyBZ.T TIALMECHTHUTE C OHKO-
XEMATOAOTHIHHN 3260 AABAHMA.

Anec, kato ctpyrTypa Ha HCBAAX3-EAA,
Hanpasaenne TasaceMuu U NaTOAOTHIHH

3

4

XEeMOTAOOHMHH e YacT OT OTAEAEHI/IE 10 XUMHWO- 1
XeMOTePaHI/IfI M HACACACTBCHIL 32.6OAHB2.HI/IH Ha Kp'bBTZ..

AHec

% KbM anerna para B HanpasacHue TaaaceMuUn H
natosornaHu xemoraobuun Ha HCBAAX3-
EAA ce oChILECTBABL ACUCHUE U IPOCACAABAHE
Ha 71 manuenTa ¢ Tanacemus Maiiop oT p.
Codbust 11 LisaaTa CTpaHa.

@ TenaeHIIATA € OPOAT HA NALMEHTHTE HI
HEMPEKBCHATO AQ CE YBEAHYABA —
HapbplLIBaHe Ha 18 roaMiIHa Bb3pacT,
NpeMecTBaHe MO ADYTH IPUIHHIL

Hammar omur —
MYATHAMCIHIIAMHAPEH TTOAXOA

2,
o3

OcHoBHHAAT O6CA}7)KBB.LL[ €KHII CE CbCTOMU OT

+

2 ACKapH X€EMATOAO3H 1 1 MCAHITHHCKa ceCTpa.

2,
B3

ITanimenture ¢ Tasacemus Maiiop, KOHTO ce
aekysar B HCBAAX3-EAA, ce npocaeassat ot
€KHII TeCHH CIIEIHAAHCTH — KAPAHOACT,
raCTPOEHTEPOAOT, EHACKPHHOAOT, MICHXOAOT,
KAKTC M OT CIIEIHAANCTH 10 PEITPOAYKTHBHA
MEAHIIHHA.

Hammar onur — ocCHOBHHU
IPHOPHUTETH B TPIDKATA 34
MAIHEHTUTE HUA C TAAACEMHUSA

[ ] OCI/H'yPHBaHe Ha KP’IDB U OIITHMAAHO TPaHC(i)ySI/IOHHO
ACYCHHE.

u OCI/II'yPHBZ.HC Ha ONTHMAAHO X€AATHPAIO ACUCHHE.

B OueHka H MOHHTOPHPAHE HA FKEAASHOTO HATPYIIBAHE
" ecpeKm OT XeAaTHUPAIIOTO A€UeHHe. MRI 32 oumenra Ha
KEAASHO HATPYIIBAHE — 60H4Kl nayerniu ¢ 1aracersse satiop
& Doazapus, Kounio ca #ad 18 eodunna svspacm, mowam 00 6soanm
wsenedsarns 6 abopamopun no obpasua duazorcmurxa M-TEX —
TTupozos, na Gasarma #a cxarven dozosop ¢ HCBAANSEAA
Bravtowroom u 3 oyensa Ha 4epHoopodHBIIO HertaiHD

wamosapsane ¢ FERRISCAN do xpan wa 2013 200.!

Hammsar onut — 0oCHOBHHA
IPHOPUTETH B TPIDKATA 34
MANEHTHUTE HUA C TAAACEMUA

| Pa.HHO AI/[a.rHOCTP[I[I/[PaHe H ACUYCHHC HA
VCAOKHEHHATA:
- CHPAEUHI FBPEKAAHIIL
- XPOHMYHH XeIIATHTH 1 GOAECTH HA KABUKATA
HABYHITE ITBTHIIA
- EHAOKPHHHH AVCDYHKIIE

8 Konrposupana penpoayknus, pepruanrer u
Gpemennoct — paborim 1o npoest Ha OTB u
donaarms “Mckam GebGe™.

u FPI/[HQG. 34 MCHXHYHOTO 3ApaBe.

Hamniar onut — ocHOBEH (DYHKITHI

B OcurypasaMe H KOOPAHHHpPAME IPHKATA 34
MAMHEHTHTE HU B 60AHI/I‘{HI/I n HSB’EH6OAHH"IHI/I

YCAOBI/IH.

B OChIIecTBABAME PETYAAPHO O0YUCeHHe, KOHTPOA B
IOMOLIY [IPY [IPOBEKAAHE HA XEAATHUPALLA TePAIIHA,
AeveHre HA YCAOKHEHESTA, 4 TAKA CHIIO IIPEAOCTABIME
APYTEL MEAMIIIHCKEL TPFKI IPH HeOGXOAIMOCT.

B [Toassprxave perucrbp ¢ aemorpachcku u
KAMHIYHN AAHHK — poasTa Ha VIIPEAC.

8 OGydeHHEe HA CTYACHTH 10 MECAHITHHA H
CHEMHAAMSAHTH IO XEMATOAOTHA

-18-
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Harmwusar ot kaTo wacr ot
PaGorHaTta rpymna o TasaceMusa

m Paborsa rpyna mo rasacemmn kM Bharapckoro
MEAMIIHCKO APYZKECTBO 110 KAMHUYHA ¥ TpaHcdysHOHHA
xemarosorma — 26.09.2007 roa.

- Hap®unux 3a KAMHIMHO TIOBEAEHTE ITPH GeTa-TaraceMns

- MexayHapoAHE 11 HALINOHAAHI HayMHH chopyMI 11 paBoTHH
cpety Ha TeMa TanaceMra

- MemAYHAPOAHTL, HALIOHAAHF 1 PETHOHAAHN CeMUHAPH 32
poche CHOHAAHCTH U TIALTMEHTY ¢ TAAACEMUSA

- HallZOHAAHT 11 PETHIOHAAHI CPEII 34 MEAHLIMHCKI CECTPH,
CEMEITHI ACRAPTL U CTYACHTH Ha TeMa TaraceMrs

- Bphaki 1 ¢BTpYAHIMECTEO ¢ eKCTIEpTH B eKeTIEpTHI HEHTPpoBe
I10 TAAACEMIIA HA eBPOTIENCKO M MEKAYHAPOAHO HIBO

Harmar onur - CbTPyAHHYECTBO C
HAITMOHAAHY U MESKAYHAPOAHN
MAIMEHTCKH OPTaHU3AITIHI

8 Oprasmsamns Ha Tasacemunure B Bparapna — 08.05.2007 roa.

B MEKAYHAPOAHN, HAITMOHAAHN I PETFOHAAHI CEMITHAPH 32
TpocheCHOHAANCTH 1 MAITHEHT C TAAACEMELT

8 HallosaA HI i permoHas Hi CPelli 32 MEARTTHECKH CeCTPE, CeMeREI
AEKAPH F CTYACHTH Ha Tema Taracemms

8 BpBaki i CETPYAHIMECTEO C APYTH MAlMEHTCKI Op raHIBa LN Ha
HALOHAAHO, EBPOTIEHCKO B MEKAYHAPOAHO HHBO
L] HPEEOA Ha PEAI/ILIQ P'LKOBOACTBB, 6POLUYPI/I u APYI"H MQTEPHBAI/I 3a
TRITHEHTH!
Hanmnonasen asnanc 3a KpbBosapAbane
Hannonasen asmanc ma xopara ¢ peakn Gosectn
BOOK
TIF
FIODS
ENERCA

Pedepenren nenTsp mo Tasacemua?

m TpabGsa an aa 6bAaT opunnasno oGosHaIEHH Y HAC
pedrepeHTHE HEHTPOBE MO TAAACEMHEI P

AA!

- Orropapane Ha coenuQpUIHATE HYKAH HA
NANHEHTHTE C TAAACEMHA H TEXHHTE ceMelcTBa

- OTI‘OBG.P}IHC HA H3HCKBAHHATA HA eBPOHeﬁCKOTO
3AKOHOAATECACTBO

- Be3MosKHOCTH 32 10-A00 PH 3APABHE YCAYTH
- BesMoskHOCTH 32 10-A00 PO MEAHIMHCKO OO yUeHIIE

- B’BSMO}ICI{OCTI/I 3a HO-AOGPI/I Hay"II{I/[ H3CACABAHUA

Pedepenten nenTsp mo Tasacemua?

< Oxromepu 2011 roa, KoMmurersT Ha
eKCHEePTHTE IO PeAKH BoAecTH KbM
Esponeiickara komucua (EUCERD)
MPEAAOIKH KPUTEPHH 3a oBo3HAUaBaHE HA
EKCIIEPTHHU LEHTPOBE 34 peakn BoaecTn

+ KonrpeTn xprutepnn 3a obosHauaBaHe Ha
pedPepeHTEH LEHTBP TIO XEMOTAOGHHOTIATHH,/
TasaceMmust Bce oije HAMA

Pedepenren nieHTHp MO TaAACEMESA

m TIF’s Comprehensive Questionnaire for
Haemoglobinopathies’ Reference Centres —
ouu 2013 roa.

- cbcTaBeH Ha BasaTa Ha KPHTSPHHTS HPSAAO}KSHH oT
BEUCERD, 1o BrAMOUBAIL KOHKPETHI BBIIPOCH CEBPSAHN ChC
crtermchbURATA Ha AeUeHHe U IPOCAEAABALE TIPY TAIIENTH ¢
XeMOTAOBIHOIATHY

o LR G'BAS I/ISHPBTSH AO BCITYKHM HSHTPOBS: B KGUTO Ce AGKYBQT
IALIMEHTEH ¢ XeMOTACBHHONATHI - He camo B Ebpora, a B
CBETOBEH Marab

- Ha Basa Ha oAyuennTe otrosopn TIF me npeasoxu
KOHEPETHI KpUTepH sa obosuauasate ua pedpepeneTen
LEHTBP 110 XEMOTAOBIIHONIATHI, TAAACEMILA

amierisly soy forfhe letenezs

Your sere, athougn nat offic

Pedepenten nmeHTHp 1O TaAACEMHA

m TTF’s Comprehensive Questionnaite for Haemoglobinopathies’
Reference Centres -VIsmpaTHAH ¢Me HAIIMTE OTTOBOPH I
OYAKBAME KOHKPCTHI IPEIOPEKU CEBPSAHH ¢
MoAOGpABaHE Ha ACHHOCTTA HH, TAKA Y€ A2 OTTOBOPHM Ha
H3UCKBAHIATA 34 0603HAUABAHE Ha pedhepeHTeH IeHThD
o Tasacemma!

Sear Dr Minla

road. tris gorthan oxpectes

=ne. ascarding £2 the evaluFion o the qUBstio®nair that you have sent in

Thark au forthe remindie

PedepenTen nenTsp mo TasaceMus -
TAEAHATA TOUKA HA HAIIIVTE
MAIECHTH

m KaxBo oaoDpsBaT HAILIMTE TALFEHTH

- BCMUKI narued T ca MHOTO ACBOAHN OT
OTHOLLIEHHUETO U TPIDKNATE, KOUTO MOAYIABAT OT
AEKYBALLIHA EKHII

PedepenTen neHTHp IO TaraCEMUA -
TAEAHATA TOUKA HA HAIINTE
HALEeHTH

m KaxBo orie B11xa mKeAAAN HAIIIHTE MATHCHTH
- TaraceMPIHUAT LEHTBP A2 pabOTH U Npes
€AVH OT NOUHBHHUTE AHH (BOAHHYHE, YUHANLLE
U Ip.)
- TIcUxoAOT Ha MACTO
- Aa ce yBeanun S6poAT Ha AeTAATA (AHIICA Ha
AOCTATBYHO IIPOCTPAHCTBO)
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lloBeue nepcoHaAU3HPaAHN TPIDKIT =
= noseue ,,CAMOTHHI" HAIMECHTH ?
Hos noaxoA B aHTa KHpPaHETO HA
HAITHEHTUTE B ACICHUETO

L} HauHSHTHTS CE HYHAAAT 0T MYATHAHCIHTHIIAMHAPHH I'DHZKH IIPT
OIIPEAEACHH OHKOAOTHMHII / XEMATOAOTHYHY 34680 AABAUIA
m Excriepran / pechepentn entpose

B AOCTBIHF IPK HY)EAA H MKeAaHHe OT CTpaHA Ha NallieHTHTe

B [loBeue MepcoHAAMSTPAHN TPIKH MOXE aa 03HAMABA [TOBETES
KOMIIACKCHE TPIGKIL F [ICBEME ,,caMOTHH' B CBO€TO sabosApaHe
TTAL[EHTH

B Hyxaa o madropManns 5a NAITKEHTH 1 TexHETe SAnskir
m Hymaa oT MoANEPIRAEE HA MEARTHHCKA AOKYMEHTAHA

n [IpaabpxaBero KM TepanaaTa e npofaen
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EBpoOnencko pbKoBOACTBO 3a
ceptudmumpaHe Ha LEeHTpoBe
no xemopunua

Oou. Banepua Kanesa

EBPOMNENCKO PLKOBOACTBO 3A
CEPTUSULNPAHE HA LEHTPOBE NO
XEMO®UNNA

+ [poekT Ha EBponsiickaTa KOMUCHS 1
EUHANET

< UEN
PaspaboTteaHe Ha cTaHAAPTH 3a KaYeCTBO
Ha LleHTpoge no xemodmnua B Espona m
KpUTEpMM 3a TAXHOTO ofosHavaBaHe,
KOMTO fla MPe/ICTaBAT CTaHAAPTU3MpaHe
Ha TPV MpK NaLMeHTH © XeModnns 1
APYTY HaCMeACTBeHN HapyLUEeHUs Ha
KPLBOCLCUPBaHeTo U a rapaHTupar
PaBHOMOCTABEHO NeYeHNe B paMKMTE Ha
EBponeficknst KOHTUHEHT.

European guidelines
for the certification of Hasmoghilis Cantres

W i,

European guidelines for the certification of Haemophitia Gentres, 2013

EBPONENCKO PLKOBOACTBO 3A
CEPTU®NLNPAHE HA LEHTPOBE NO
XEMOOUNNA

» Cnepg koHcynraumm

<> EAHAD

< EHC

< NaPTHLOPCKIM HALMOHAMHY
naLveHTCKW opraHusauvv B EBpona

European guidelines
for the centfication of Haemophilia Centres

» QduHaHcupaHe
< 60% —EAHC
<~ 40% — chapMaLeBTUYHa MHAYCTPUS

07 e 205

European guidelines for the certification of Haemophilia Gentres, 2013

EBPOMNENCKO PLKOBOACTBO 3A
CEPTU®ULNPAHE HA LLIEHTPOBE MO
XEMO®UNNA

LENEBA TPYNANALUWEHTW
{BBb3pacTHW 1 Aeua)

* HacnepcreeHu HapyLueHus Ha
KPBBOCHCUPBAHETO, BKIMIOUUTSIHO
XOMOCPUNUA A 1 B (M1 HOCUTOMU OT
JKEHCKM nor)

European guidelines
for the certification of Haemophiiz Centres

» Pepkv BpogeHu fedmumti Ha gpyru
KoarynalmMoHHM dakTopm
{hnBpuHoreH 1 doakTopwm 11, V, VII, X, X1
WX

« Bonecr Ha von Wilfebrand (VWD)

» Hacnegcreenun TpoMGounTHy gecbekTu

European guidelines for the certification of Haemophilia Centres, 2013

EBPOMENCKO PBKOBOACTBO 3A
CEPTUS®NLNPAHE HA LEHTPOBE NO
XEMOOUNNA

METOOONOINNA
Mepsa paborHa sepcns

EUCERD Recommendations on rare disease European
reference networks (R ERNS) {31 Jan 2013}

EUCERD Recommendations on Quality Criteria for Centres
of Expertise for Rare Diseases in Member States (24 Oct
2011)

EUCERD Recommendation to the European Commission
and Member States on improving informed decisions
based on the Clinical Added Value of Orphan Medicinal
Products (COVAMP} (Sep 2012}

for the certificet

European Principles of Haemophilia Care. Haemopfriffa
2008; 14, 361-374

Nuchopmauus 3a ChLIECTBYBALLN CHSTEMM 2a
ceprt uar B B
Espona

s 25

European guidelines for the certification of Haemophilia Gentres, 2013

EBPOMENCKO PBKOBOJACTBO 3A
CEPTU®ULINPAHE HA LLEHTPOBE MO
XEMO®UINNA

METOJOJIOrNA

OKOHYATESTHE BEPCHST

« KoHdbepeHums va EHC, Mpara,
OKTOMBPpH 2012

« VIToauieH KOHrpec Ha EAHAD,
Bapiuapa, dheBpyapn 2013

0/ e 2t

European guidelines for the certification of Haemophilia Centres, 2013

EBPOMEWNCKMN LLEHTPOBE MO XEMO®UITNA

CMELMAIN3NPAHN EBPOIMENCKM
LIEHTPOBE MO XEMO®UINA
(ELX)

[ HocTsn A0 USArocTHa TepanssTiYHa Nporpama ]

g

EBponeiickn ueHTEp 3a
neyeHne Ha
xemochunua (ELITTX)

EPFCITSHCRATISHT B 34

KOMIMMEeKCHO NeYeHne
Ha XemodMnnA

OprLaNHN OTHOILIGHNS

European guidelines for the certification of Haemophilia Gentres, 2013

EBPONENCKN LEHTPOBE MO XEMO®WNNWA

CNELMAIN3NPAHN EBPOMEACKN
LIEHTPOBE 3A XEMO®UIIUA
(ELX)

[ Jocren Ao usinocTHa TepanesTUYHa NporpamMa ]

4

paa

EBponefickn LeHTbp 3a S e
KOMMIMEKCHO Ne4eHns
LIgdetine Ha Ha XoMOUIUA
xemocpnmma (ELITX)

Mo-BucoKo HUBO Ha NeveHne 1
hYHKMOHUPELLM KATO TRETUHHI
pechepeHTHY ueHTPOBE

TNokanko pyTinHo nevenne B
cbTpyAHudecTso ¢ ELJKITX

European guidelines for the certification of Haemophilia Gentres, 2013
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CEPTUPNLIMPAHE
HA EBPONENCKWN LLIEHTPOBE NO
XEMOOUNNA

s ~\

MuHMManeH Gpol NaUMEeHTH ¢ Texka XeModunva

\o ./

( MpefoCTABAHS Ha MOAMLMHCKE OBCMYXBAHS B
cry4a¥i Ha CNSLLHOCT UMK B Cry4ali Ha Ne4eHHs

| M3BLH HopMarHo paGoTHo Bpeme D,

( OBem Ha KoarynaLMoHHI H3CNIefIBaHNA 1 BpeMs 32 |
M3IMBLMHOHNS OT BLTPSILIHK UMK BLHLLHKM

\_naGopatopuu D,

r N
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CEPTUSOULINPAHE
HA EBPONENCKW LLEHTPOBE MO
XEMO®UNNA
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CEPTUONLINPAHE
HA EBPONENCKW LIEHTPOBE NO
XEMOOWUINNA

MpeaocTaBsHe Ha MeAULUHCKMA TPUKA MPU CRBLLHOCT MK 3a
nNeysHUE U3BLH HoOPMAarHo DBEDTHO BpeMe
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]
M

CEPTUOULINPAHE
HA EBPONENCKW LLEHTPOBE MO
XEMO®UNNA

0Obem Ha KoarynaluuoHHA USCreABaHIs 1 BpeMe sa
UsMbNHeHWs CT BLTPelUHU UNKU BBHLUHA naﬁopaTopMM
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PyHkn 1 gedHocTn JOrninuTe sty GyRKLm U JeIHOCTY Mpisa&res aeaEM LomeaHuTesn yHkM U JeAHoCTH
* Mpepocraes cneluHa - MpenocTass 24 Yaca B AGHOHOLME AMarHOCTUHHI 1 MpoCTeARBaLLN * NpenocTans crieunanisipao neveHue sa
nowmoil, 24 Yaca B KOHCYITTaTUBHE MOMOLL| Ha MAlLUeHTH 1 TeXHI aBopPATOPHN USGTIEABAHWS B RAUMEHTU € UHXUBUTOPM, BRI XUPYPTUYHU
AcHoHowpue ceMelicTa, BonHuuHY Nekapy, ONJT u sapasHy HopManHo paBoTHS BpsMs sa Mo- UHTEPBEHLUM.
NpotecoHanCTh oT NapTHLEOpCk ELX YeCTUTe HacrecTBeH! - MMpeACCTaBA AMATHOCTUYHY 1
« Mpenoctaps 24 yaca B fleHoHoLE HARYIBHMSILIA XBVOCTAsE pedbepeHTHI MabopaTopHi YENYTY ¢ MbeH
WSCIIBAB aHUS! Ha KoarynaLMoHHU chakTopu U + Mpeanara creyuduuHo NedeHue | | HABOP OT U3CTe/IBaHUS 33 AMArHOCTMLVpaHe
CKPUHUMHT 3a UHXMBUTOpK 33 NaLUBHTH ¢ UHXUBUTOPK U W npocnesssaHe Ha HAacNeACTEeHN
WMyHEH TonepaHe B MapTHbopcTBo | | HAPYLUEHUA Ha XeMocTasa
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CEPTUONLIMPAHE CEPTUOULWPAHE
HA EBPOMNEWCKW LLIEHTPOBE MO HA EBPOMENCKW LLEHTPOBE MO
XEMOoUNKUA XEMOoUNNA

OfemHa KearynauneHHW scneasaHuA U Bpeme sa
MSMBIHEHUS ©OT BBTPELUHK Ui BbHIIHY NabopaTopun
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QoM Ha Koarynau“eHHU uscrisjeaHna v BpemMe sa
MSMBIHEHNE OT BLTPELLHN UK BbHLUHK MabopaTtopun
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- == JorsnHuTeanin ghyHapi u 4esiHocTH

e | e | nie « Mpegocrass Gasoon

ecnggetines AMATHOCTUYHIA Y MPOCNBARBaLLN = MpeoCTaBs CTIBLMANUSHPAHD NEUBHIE 3a

YamopvilnK | naa aBepaTOPHY MSCTIBABAHUSA B NAWMEHTN C UHXUBUTOPY, BKI. XUPYPrudHu

S :: HopmanHo paboTHo BpeMe sa no- UHTEpBEHLUU.

eAErapn e HBCTUTS HacrneAcTBeH! « TMpeAocTaBa AUArHOCTMHHN 1

‘?’Mvs‘mﬁmﬁﬂ o HARYIBHUS R XBVOCTAI pedhepeHTHU MabopaTopH YCRyru ¢ MbeH

T - Mpeanara creLdUuHo N Habop oT 1M 38 AAMarHOCTULPaHS

arperawnn 3@ MAUMEHTH & MHXUBUTOPU U W NPOCTeAsiBaHe Ha HACTIEACTBEHN

WE My macid UMyHEH ToMepaHe B MapTHLOpCTEo | | HARYLIGHUA Ha XeMocTasa.
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CEPTN®NLUNPAHE CEPTUOULWPAHE

HA EBPONENCKWN LIEHTPOBE NO
XEMOOUNKA

ObemHa KoaryrnaluWoHHU U3cnefiBaHus U BpeMe 3a
M3MLIHEHWE OT BLTPELLHA UNA BbHLLHKA naﬁopaTopMM

™

HA EBPONENCKW LIEHTPOBE MO
XEMO®UNNA

MpoBexaaHe Ha KearyralyoHHU TECTORE U BPEME 38
U3MbNHEHNE CT BBTPEIUHW UNKW BhHLUHKN J'IEEDDBTDPMIA
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Honnieurentu gyHkejum ¥ JedHocTy

« MpegocTass Gasosu
AMArHOCTUUHU U NPpoCRBAABaLLIU
NaBopaTopHU USCTIEABaHNSI B
HopMarHo paBoTHO Bpewms sa Mo-
4ECTUTE HACTIBACTBEHM

+ MpefocTasst CEUMANMSUPaHO reveHue sa
MALWEHTH © MHXUBUTOPH, BKIL XUPYPTUUHIA
MHTERBEHLAM

* MpspocTaea AUArHOCTUYHM U
pedepeHT HY NaBopaTopHi YCNYTU € MbMeH
Habop OT U3CNeBaHs 3a AnarHoCTULpaHe
1 Npocre/isBaHe Ha HacreACTEOHN
HapyleHWs Ha XeMocTasa

HapyLEHWUA Ha XeMocTasa

« Mpeanara cneyndU4HO NeyeHue
32 NaLVMBHTH € MHXVBUTOPU 1

MMYHEH TOMBpaHCT B MAPTHLOPCTBO
cELKNX
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4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

CEPTUPNLMPAHE
HA EBPONENCKW LIEHTPOBE NO
XEMOOUNNA

[MHTerpMpBH MyITHAMCUUNIIMHAPSH MofAxon

KpalfbreneH kamvik

KOMMJIEKCHG NEMEHWME OT MyNTUANCUNNNMHAPEH EKWMN
¢ MeAULIMHCKI BKUM — PYTUHHO U CIBLIIHO NIeUeHUe U NPecnefsiBaLl KIMHUUHI

npernequ

* BKUM OT MEBAULUHCKN CECTPU = KOOPAVHUPA NMO-TONSIMA YACT OT BKEIHBBHOTO
NBYSHNe 1 OCTABKATA Ha Koar yNaLvoHHN chakTopr
* nabopaTopeH exvn - AUarHOCTUYHK YCTYTY W NpocTeAsiBaHe Ha thakTop-

8aMBCTUTBINHO Ne4eHs
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CEPTUOULINPAHE
HA EBPONENCKW LIEHTPOBE MO
XEMO®UNNA
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[MHTSI’pMpBH My TTHAUCLMMNMHaReH Noaxod

2

PYHRIH H JSHHOCTH

A A

AocTbn ao:

JMHapeH exn Ha PTONEAM-HM #firIM PEBMATONOMMNHM YCITYTH, BKI1.

XMPYPIHIHI MHTEPBEHL MK

+ hHBNOTEPANGETHAHK YCNyTH

+ CNeLMANHMPaHM AT-YCTIYIH 32 HEHH, HOCHTENKN HA T

VWD upp. Ha

KPLEOCLHPBAHE

« nequaTpHuHO 0BopY/ABAHE (aK0 Ce NexyBaT feua)

* TEHETUIHA AMATHOCTHKA G YCTYTH 53 OTKPMBAHE Ha

HOGHTE.M ¥ NPGHATANKA AMarHoaa

+ CTOMATONOTMIHM YCIYTH
wsin

+ Hocren go
MECTHO HHBO MITH B NAPTHEOPCTEO C EL|KTIX —
hyaHOTEpaNNS, OPTONEANS, XHPYRIHS,
CTOMATC-NOMYHA NOMOLL, XSNATONCIHA,

6onect, "

3

oBCnyBaHE Ha 4G [aKD C8 NEKYBAT B
L@HTbPa), FEHETHKA, KIMHHUHA NCHXONOMS W
coumane pasoTHMK

na Bonectn

Ccauy
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(Eunx ) ®YHKUMM M AENHOCTY ]
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( evHKUMM M AEAHOCTY J(ELKNX]

- Cbcnysa naikmanko 40 naumeHTH o Texka

+ OBcnysma Haii-Marko 10 nauMeHTy C Texka
xemodpunng A unm B nnn Gonect na
Wifekrand Tan 3,

* MNpenocTapsa KOMNNEKCHO NeYeHNE 2a
AL USHTH, BKM. AMArHOCTUKA, NBYSHIG,
npocreasBaHe M pexabunurauns

= MNpepocrass Ha naumeHTuTe Gezonacku u
echekTrBHI NeveBHr npop ykTI

« Mpepcraes cnewxa nomouw 24 Haca B

*+ Mma JoCTbI A0 MYNTHANCLIANNMHAPEH exMn
Ha MECTHO HMBG MK B NapTHLopcTao C ELKITX
* Npepnara cneyudwqHo nevenne za
NAUMEHTH C MHXNEUTODK M MMYHEH TONEPaHC B
napTHbopeTeo ¢ ELKITX

* flaBa KoHGYNTaLWK, BKN. TGHETHYHN, Ha
NAUWEHTH M 271paBHI NPOheCUCHANNCTH

ASHOHOLWME * MpomoTrpa undopmauns n oGpazosarentm
NPGrpamMi, CBbP3aHm C HAaCNEFICTBEHN
HAPYLLBHHUA Ha KPBOCHCUPBaHE Cpeg

NAUWEHTH M 371paBHI NPochecoHaNMCTH

» Mpenocrasg 6a36B1 AMATHOCTUYHA 1
npocneasnealy nabopaTopHN Yonym &
HOPMANHO paboTHO BPEME 33 N0-4ECTUTE
HAGNEAICTBEHH HAPYLLIEHNS HA XEMOCTasa
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Xemo unst
C + Vma 40CTHN 4G dMsHOTEpANEETHAHH YGNyTH
+ VIMa AOCTH N A0 CEUMANMATHSMPAHH AKYLIEO-
THHEKOMIOTMYHH YCIYTH 53 KOHTPON Ha HOGHTEH Ha
8H Ha XaModMIHA 1 KSHK G VWD 1 ApyrM
HADYUIEHHSA HA KDL BOCLCHDBAHE
* VIMa 40GTHN AG NsaMaTPMYHG 050pYABAHS (ako 68
obenyxsar eua)
* Ma 40T 4G TBHBTHYHKM AMATHOCTH4HH YCIYTH,
GEBLPSAHM C HICNEABAHIA 33 HOCHTENCTEO W
aHTEHATANHA AMAMMOCTHEA

* KoORAHHHMpa NPBRGCTABANS HA YCIYIH, CEbRaaHH
& xeMochMus, B BONHUUHM M MRELHBOTHAHH
YGrOBMS, BKN. NOA/LEXA BPb3KH G NapTHE0 PGRA
ELNX
« MpepccTasa 24 yaca B ABHOHOLLME KGHGYTALMA
HA MAUMEHTH N TEXHH CEMGAGTBA, GOTTHHIHM
nexapw, O 1 3ApaBHM NpocheCHGHANMCTH T
napTHsopok ELIX
+ MIPEACCTARA CBLMANHSHPAHO NEUSHHE HA
ALWEHTH G HIXHBATOPH, K. XHPYPrHIHM
MHTSPBSHYHH
+ MpsocTaBs AMarHoCTHYHY  pachepaHTHA
NabopaTopHM YCIYIM G MhieH Habop oT
MGCNIE/BAHNA 53 IMATHOCTHUMP GHE W

Ha HaGNeAGTBEHN

+ VlMa 4OCTHN 4G AEHTANHM yoryrH
* /IMa 4OCTBN A0 XBNATONON M CNIBLHATMCT Mo
whcheraposnn banecTw sa nayerT ¢ HIV w/inn
BUpyceH xenaThT

+ Mpeanara npochecHoHANHA NCHXOMOTHHHA NOMOLY
* Ma aocTsn Ac couManeH paboTHUK M
KOHCYNTALMA N0 COLMANHM NPoBrENH

+ CuLBWPa AAHHM (HAMD. 33 M3PAIXCABAHN MPOAYKTH,
AeMOrpachcKi AAHHK 33 NAUMEHTH 1 AP.)

+ Y4ACTRA B HAYUHM NPOYIBAHMA, BKN. B KTMHHUHM
nanUTBaHNA

Ha
XemocTasa

+ MpepocTass 24 Yaca B AEHOHOIME NaGOPaTOpHI
YCYIH 38 MACTEABaHE HA KPbEOCHCHPBALIM
haKkTopH H CKPMHUHT 33 MHXMBUTGPH

+ MW AOCTBI 710 OPTONEMIHI /K
PEEMATONIGIMIHI YCYTH, BKN. XHPYPrH-HY

HHT!
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CTAHZAPTHW U3UCKBAHUA 3A EBPONENCKN
LIEHTBEP MO XEMO®UITNA

1. 06w nanckBaHus
2. Mpuxa 3a naumeHTUTe
3. KoHcynratusHa nomotl,

4. Mpexa oT KNMMHUYHU U CMeLManuaupaHii ycryru s
CbHTPYAHUYECTBO C eKuMNa 3a XxeMopunus
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CTAHOAPTHU N3NCKBAHVA 3A EBPOMNENCKN
LUEHTBP NO XEMO®UITNUA

1. 06L|.||V| N3UCKBAH WA (c dokyc kv opraHusaumosHmn Bbapocu)

1.1. C'bopa)KeHMH (NApKIMacTa M CHOPAXEBHUA 38 MHBANMAK; YAOGHM 1 TV NOMELLBHNA
2a KnuHWHa paboTa K NoBEpPUTENHY PasroBopH; CekpeTapuar)

1.2, OcHOBHA NONUTHKA K LenW (nporpama 2a ASAHOCT Ha LIEHTBPA, BKNYBALLA
MUGHS, OCHOBHM LI 1 MNan 3a NOAOBPHIBANE Ha KA4RCTBOTO)

1.3. UHcbopmaums 2a LeHTLPA (urdopmauns 2a naumenTn 3a
3a npeanarasm yonyr; unchopmanws 2a nep naa
BonHuum)

1.4. OpraHuaalus 1 nepcoHan ( Ha myn MHAPeH eKur;
OpraHu2aloHHa CXxemMa 3a paﬁoTa HA KINKHOB NepcoHar, pasnpefeneHMe Ha ponu u
OTTOBOPHOCTW; PEACBHU CLeLM Ha My TMANCUUNITMHAPEH 8KUM; MEHWUAXDR Ha HEHHH)

1.5. Monutuku u NPOLSAYPW (cenpaany C ynpaeneHWa U A8 HOCT Ha I|eHTbpa:
opramaal s, 06opy[IBAHE, OEHKA 1 NIEHeHIE HA NAMEHTH, OLieHKa 1 0By eHme Ha
nepcoHar, oeHKa n I'IUAOSPRBEHE Ha Ka4eCTBOTO, YNPABIEHUE HA AOKYMEHTA U I:lp)

1.6. ApX1B U CLEBUPAHS HA AAHHW (nauneHTo perncTbp; MeaMumHCKa

[AOKYMBHTAUWA 33 BCOKM NALUEHT; UHEHOPMALIMA, CBbP3aHa C KOHTPOS Ha Ka4ecTBoTo U
oBy4eHneTo Ha nepcoHana n ap.)

[19CTBI 710 L8HTbPa
1LY KOHCYITTaHTH 1

PyAl
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CTAHAAPTHU U3NCKBAHWNSA 3A EBPOMNEWCKN
LIEHTBP MO XEMO®UITNA

1.7. OueHka Ha NepcoHana v NpoaLMKaBaloTo 0byUsH1e (ELX
onpepens He eHKs 1 npoch KBar 5122 nef 13, 0
BbBEKAA NPOrpama, rapaHTHpalLa afekeaTHo o6y4eHe Npe/M 3arouBaHe Ha paboTa;
vpenTidmymMpa HeGBXoAMMOCT OT OBY-EHME M NNaHMpa OGY-EHNS; BbBEX/a CHCTEMN 38
NEPHOAWHHA OLEHKA HA YMEHWSTTA Ha nepcoHana)

1.8. ﬂOC’TaBKa W ynpaBneHne Ha TepaneBTU-HW NPOAYKT 1, PeaKT1BK
N MeqMUWMHCKNA M3OENA (sbeexaa Npouesypu 2a 0CTaBKa M yNPaBNeHue Ha
MB/NKAaMBHTH, NaGoPaTOPHN PEaKTMBN 1 MBJML MHCKM Mafenia)

1.9. I'InaHMpaHe, OLUSHKa U nop,oﬁpnsaue Ha Ka4oeCTBO (cuctemHo
MOHWTGPMPAHS Ha Ka4eCTBOTO Ha paboTa B LEHTLPA, JOKNANBAHE Ha HEKENaHN PEaKIM,
npoy Ha Ha nayy aHanuay 1 LANGCTHa NpaLeHka Ha
KauecTBOTO Ha OGCYKBaHE B UEHTBPA N0 AaHHN Ha AupeKTopa)

1.10. YuacTue B PerucTpu, CBbp3aHu C HacneaCcTBeHNU 1 I'Ipl/lﬂOGl/ITVI
HapYLUISHUA Ha KPBBOCECUPBAHO

1.11. Y4acTue B KIUHWHHW N3MUTBAHWS
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CTAHOAPTHU N3NCKBAHWA 3A EBPONENCKM
LEHTBHP NO XEMO®UINA

2. Mpuxa aa nayneHTUTE

2.1. UnchopmupaHocT 1 oByveHMe Ha NaLUeHTH 1 ToxXHW coMelicTea
(C‘bsMTMH 3a USPHGUBEHE " USYHBHME Ha NAUWBHTH U TeXHU CAMBIACTBa 3a BCTACTBOTO Ha
GOJ'\ECITE, reYeHne u ¥CI Ha A OMaLLHG ; Npaea n
FAALINEHIS Ha TAUUSHTA M MHOPMAILIS 38 NELMGHTCKA OpranMzaN)

2.2, [lnarHocTuympaHe Ha XeMohunnua U 4pyri HapyLUeHsl, CBbpaaHi
C KpBBOCECHPRaHe U I'Ipl/IA06l/ITa XeMOdJVIHVIH (uecnepBanmna npn
NoAC3peHIE 3a B 0; AMETHC ; perucTpMpaHe Ha
MALNEHTa B LIEHTBPA, PSCT. B PErMoHaneH/HaMOHANSH PerncTbp; HBAABAHE Ha KAPTOH 2a
0Ka2B2HE HA CTICIIHA MEMIMHCKA NOMCILL}

2.3. [leveHue Ha XxeMohunua u Apyri HapyLweHus, CBbpaaHn ¢
KpBBOCHCUpPBaHE N I'IpVIﬂOﬁVITa XeMOCbM]'IMFI (MHgMBMAYanHa nporpama 2a
NE4EHME M NPochHIaKTVKa 3a BCEKN ML MEHT W NiaH 3a AGMALLIHO N184eHVS; Aa paanonara 24
“aca B ISGHOHOLLME [0 aJeKBATHA HANMHHOCT OT BCHHKki neqebHn NpoaykTH; Aa npejocTass
24 4aca B JEHOHOWME CTISLIHA ME[JAMHCKA MOMOLL; /13 OCHTYPSIBa MNaHOBK ONISpalmK,
NG4SHNE Ha MALNEHTN C MHXMEHTORN, 18HGHNE HA XPOHMHHY BHRYCHY MHcpaKuMM W Ha
npuAcEMUTa XeMo U U MPUACEUTY VWD)

European guidelines for the certification of Haemophilia Centres, 2013
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

CTAHZAPTHU M3UCKBAHUA 3A EBPONENCKN
LLEHTBEP MO XEMO®UITNA

24.N OPUOAUYHU KITUHUYHU U MHTOPAUCLUNNMHAPHW Npernegu
(rapaHTipa NNaxoB M MyITUAMCLATINMHADHN NPSTNS/M HA BCUYKM PErUCTPUPaHN B ISHTBPa
nmyn 1y PHO np Ha NALNEHTA C YCRGKHEHWS; HaroTBA
NPOTOKON 2a MyIT OlEHKa; Cefl BCEKM NPOCre/siBalLy
Nperned 2npalla nMeMe ¢ MHhopManms 2a akTy AP noeen cratyc ge OMNITn go
CAMKS NAYUEHT)

2.5. TeHOTUYHM YCIYT U (permmdmumpans Ha myTaums wrn Apym 6azucHm reHeTH 1
@HOMAMU NPV NELMEHT W B PaMKATE Ha i 3acerHaro or ;
Ha U$MHMMHM OTHOLWIEHHMA CreHeTnHHa HEGUPETUPMH W A0CTBN A0 TeHETHHHO
KOHCYITTMPAHE HA CEMEICTBA 1 NMILE; ChXPAHSBAHE Ha TEHETUHHG [I0GHE 33 BCSKO
CameicTes)

2.6. MNokazatenu 3a KpaeH PeaynTaT (MuHiumym uHEOPMALMS: BMHMIY
KoarynauMoHeH thakTop, Hanon3BaH OT BTk NAUMEHT 3a roavHa; Bpoi ennzoam Ha KbpBeHe;
ST BTN, BO ORI S BATaHA S HOSG BT CHrBp W AR S Chsp T}
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CTAHOAPTHU N3NCKBAHWA 3A EBPOMNENCKN
LUEHTBP NO XEMO®UITNA

3. KoHcynrayuu

= JleHOHOWHKM KOHCYNTaUMK 3a crietuHm cry-an ot ELIKITX

= KoHcynTauuu Ha MauMeHTH 1 TeXHW CeMeiCTBa, KakTo U Ha Apyru
NpothecMoHaNMCT 1 NPUAPYKUTENM B PAMKITE HA HOPMANHO

paboTHo Bpeme o ELUTX n ELLKITX

European guidelines for the certification of Haemophilia Gentres, 2013

CTAHAAPTHU U3NCKBAHWNS 3A EBPOMNENRCKN
LIEHTBP MO XEMO®UITUA

4. Mpea oT KNMHWYHW U cnieuuanuavpaHy YCryTu B
CbTPYAHUYECTBO C eKnn no XeMOCbVIJ'IMFI

¢ OdmumanHa spbaka Ha ELUTX ¢ eguy unun noeeve ELIKINX

= WHTerpupaH MynTugMcLMNnMHapeH NoAXoF, 3a UAMNOCTHa rpyka ¢
BKIKOYBAHE HA NEePCOHaN ¢ MUHUMYM CIIGBHUTE CNeLVNaNHOCTW:
chranoTepanus U opToneaus, XUpYprus, AeHTarnHa rpuka,
NeAMaTPUS, XenaTonorus 1 MHAeKLMO3HW BONecTH, aKyLISPCTBO 1
rMHEKOMNOorus, reHeTMKa, NeMxocolarnta NoMoLL {NpepocTassaHe Ha
COLMANHU NOMOLLY, NPOCHECHOHANHO OPUSHTUPAHE 1 KOHCYNTALMK)

= Joctbn go naboparopus (BETPELIHA UMK BBHLIHA) 3a cneLutmnyHmn
KoarynauuoHH1 uacneasaHms

* MNepuoanuHn oBydeHuns ¢ Len oNTUMUMpaHe Ha AMArHOCT UYHU
MeTOonM 1 TepaneBTUUHU PEXUMU

European guidelines for the certification of Haemophilia Gentres, 2013

CEPTUPNLMPAHE
A EBPOMEWNCKN LEHTPOBE NO XEMO$UITUSA L

s

8 HOeMBpK,
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4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

EKcnepTHU ueHTpoBe
3a ANArHOCTUKA U KOHTPOA Ha

OHKOXeMaTonoruyHute 3abonasaHmA

Mpo¢. Maprapura leHoBa

“Mojen 3a anokadecTeeHUTe 3abonsBaHns”:
3riokayecTeeHUTe 3abonsBaHUA Ha KPBBTA W KPBLEBOTBOPHUTE OpraHn
NpeAcTaBNABAT 7% OT BCUUKM Heonnasum

= OcTpu NUMdbo BNAacTHW NeBKeMUA
B OcTPU MUESAIOUIHU NEBKUMUAN

e e = XpoHUYHI MUenonponude paTUBHIA
sabonssaHua
» Muenogucnnasim
B Nlumcporn (B-,T-, NK-kneTbuHK)
B X0AKKMHOB Numdbo M
BabonepasmocT - 1410 HoBW cnyyaA roguIHo
BonecTHocT - 168,4 / 100 000 HaceneHue

Bacarar Berdim Bb3pactn

KIMMHWUYEH CriyYAl

OXeHa Ha 62 roguHu.

O Hacovera kbm GonHuuata ¢ onnaksaHWs oT Gonka B
nsso nogpebpue

OOT 3 mMeceuya onnakBaHWs OT  OTNajHaNocCT,
AVCKOMCDOPT crnej HaxpaHBaHe, Nunca Ha arneTur,
3zaryba Ha Terno, yeenuuyaearHe Ha obliaTa obukonka
Ha kopema, koeTo e 3abenssana npes nocnegHUs
Mecel,

O He ckobujasa 3a mvHanv 3abongsanug

KNMHWYEH CITYYAIR

MapaMeTbp CToWHoCT PethepeHTHU CTOAHOCTU
XemornoGuH 128 g/L

TpomGoLmTu 373 x 109/L

NMeBkoumTH 11 x 10%/L 3,5-10 x 109/L

Heytpodunm: 8.36 x10%L;  Jiumoum: 1.32x109L

CYE 70mm,1h Westergren <15mm, 1h
OBy GunnpyBiH 129 pmoliL 3,4 21 pmolilL
AvpekTeH SunupysuH 95 pmol/L 0,8 - 8,5 pmol/L

ASAT 156 U/L <35 U/L

ALAT 213 U/L <40 UiL

AnkanHa cocarasa 717 UL <280 UL

GGT 1579 U/L <35 U/L

o6 GenTbK 63 g/l 58-80 g/l

KIMHWUYEH CriyYAl

TpaHcabpomuHanHa exorpadmus:
O XenaToMeranus c gndysHa XapakTepuctmka.

O VYMepeHo  yroreMeH OTbHeH — Mexyp  CbC
3apebeneHa cTeHa 1 MHOXECTBO KOHKpeMeHTH, He

ce HamMupa paslMpsBaHe Ha  MHTpa W1
eKCcTpaxenaTanHuTe XITBHHM MBTULLA.

O CnneHomeranusa 125/54 mm.

O MHOXKecTBO  yronemeHu JWMMMHKM  Bb3IM  —

napakaeanHu, ad portam hepatis.

KNMUMHWYEH CNYYAN

dubporacrpockonus

[m}

MonunongHa Ty-dopmauna cybkapguanHo no
Manka KpUBMHA, MOCTeNneHHo MpeMUHaBalla
[UCTanHo [0 cpejaTta Ha Kopryca Ha croMaxa
(B3eTN 9 5VIOI'ICVIVI§‘

lFacTpobuoncusa - Xucronorns:

O

AudbyzHa enutenHa MHOUATPaUMA OT CpefHU no
pazMep KNeTKWU C U3BECTHA KOXEe3UBHOCT,
OKPBIMEHW WAM Neko BrbHaATW sappa, duHo
AVMCneprupaH XpoMaTuH, MHOXECTBO HYKMeonu.
Bucoka MUTOTUYHA aKTUBHOCT WM HadecTo
anonToTUdHK Tenua. Makpodparn Tun “3Be3gHO
Hebe"(darupanu aapeHo gebpn).

ﬁ;] -‘()i;,]’.’y*;‘. V
’. ’.ﬁ"?p*ﬂ“v‘?:{f :

gD

KNMUMHWYEH CNYYAR

WmMyHoxucTtoxumus (racrpobuoncus):

[m}

O

OTpuuyaTtenHo VMyHoMapkupaHe 3a -
Cytokeratin AE1/AE3, EMA
MonoXUTENHO  UMyHOMapkipaHe 3a '

CD45, CD20, CD10, CD79a
OTpULIATENHO  MMyHOMapKUpaHe 3a
CD34, bcl-2, T-kneTbyHN MapKepu

Bucok nponudpepatueeH uHaekc, Ki-
67~100% or HeonnacTu4HNTE -
KneTku

JaGopaTopus No XeMaTonaTonorks U MMyHonorms,

HCEAJIX3
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

KNMMHUYEH CnyYYAn

B xopa Ha gnarHocTuMHNs npouec - HoBo AKK:
O HeyTpodnnu: 76%

O NumeboupnTn: 5%

O MoHouyt @ 7%

OBnact ¢ HenpaBwneH SAPeH KOHTYp, ¢UHO
AWcreprupaH xpomaTtuH, 6GasodmnHa uWTonnasma,
YacT oT KneTkuTe ¢ Bakyonkn: 12%

- -

5.

KNUMHWYEH CNYYAR

LIMTONMOrM4YHO uscrneagaHe Ha KOCTHOMO3 bYeH acnupar
(Muenorpama):

O HopmouenynapeH KOCTEH MO3bK.

O BnacTu ¢ HenpaBuneH SAPeH KOHTYP, hMHO AUCneprupaH
XpomaTiH, Gasodunta LMTonnasma, YacT oT KNeTkuTe G
Bakyonku: 47%

MpanynouutHa peauua 39%
Numdpouutn 10%; Mnasmoumnt 1%
EputpougHa peguua 2%
MoHoupTHa peguua 1%
HamaneHn merakapnoLupTy.

ooooao

LIUTOXUMUYHO U3criedBaHe:

O Mwuenonepokcngasa v Hecneuydonyra ectepasa —
OTPULIATENHA peakuy B BNacTHATE KNeTku

JlaGopaTopus no xeMaTol oMM M MMYHoNOrHs,
KoeTeH mosbk

"HCBANX3
io .

i

BaKyonu

-

oW £
"
\

t(l

Na6opaTopus No XeMaTonaToNoms M MMYHOMOT#s
HEBAG3

MMYHOPEHOTUMMU3ALIMA
KOCTEH MO3BK

% cpashight

Jcbag+cbazt |
e DCDZZ 3 %
. L
5. 5
oot gt =" oo’ - to
Cb1s+CD5+ CD19+sIgM+ CD10+CD5+ CD19+CD10+

NaGopaTops No XeMaTonaTonorust M MMyHonorms,
HCBANX3

KIMMHWYEH CriyYyAln

LiToreHeTuuHo U3cneaBaHe:

Kapuotunuzauumara Ha 25 metadazun nokaza:
046,XX,dup({1){q21q32x3),t(8;14)(q24;932),
t(11;14){q13q32) [1]

046, X,i(X){q10),dup(1)(q21q32x3),
t(8:14)(q24;q32),t(11:14)(q13q32) [24]

flaGopaTopys No LMTOreHeTHKa M MOMEKY IsipHa
Guonorusa, HCBAMX3

ol de

dup?l)(cinqaz;(s) [25/25]

by @D G

t(8;14)(q24:q32) [25/25] t(11;14)(q13q32) [25/25]

Ly AN

TERA

T gy

a

6uonorvs, HCBAMX3

FISH - IgH/Myc/CEP-8 probe
¢-MYC/IGH pos

102G2F2A — 1 uepseH curban = ¢-MYC oncogene Bbpxy uHTakTHa chr 8; 2
seneHn curHana = IGH gene; 2 doysuoHHU curHana (YepseH + seneH) = IGH/c-

LieHTpomepn BbpXy ABe chr 8.
(B} Wrrepdastio aapo Ges IGH/MYC npeHapexaate: 202G2A

MoneKynspHO-reHeTUYHO n3cneaBaHe Ha
BCL-1/IGH npeHapexaaHe ype3 PCR

BCLI-IGH

(1) Ompnuatenna kontpona (H20);
(2) OtpruatenHa peakuns 3a BCLI-IGH npu Apyr naumeHT;
(3) NonoxuTenHa peakuna 3a BCLI-IGH B HACTOAWMA NaUMEHT;

(4) MonoxuTenHa KeHTpona - BCLI-IGH(+) ;
(M) Molecular weight marker

flaGopaTopus No UMToreHeTUKa U MoNeKy spHa
6uonorvs, HCBAMX3

-26-




4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

KakbB e To3n numdom?

KNMHWYEH CITYYAIR

AwnarHoza

O MaHTenHokneTb4eH nuMdom, GnacrongeH sapuaHT,
C BTOPWYHO NpeHapexapaHe Ha c-MYC rena

AudepeHumanHa guarHoza:
O OudyseH B-egpokneTkyeH NMMEpOM
O BbpkWUTOB NUMPOM

O EppokneTb4Ha Nporpecus Ha npeaxoxaally
HeaMarHoCTULMpPaH MapruHanHo-20HOB MMQOM

%) WHOCla

ication of Tumours

Tumauf o

KAKBA E BEPOATHOCTTA
nm ArHO3A?

s\

KAKBA E BEPOATHOCTTA 3A HALLATA
OUATHO3A?

m] n'l:pBVILIHI/ITe J'IVIMCbOVI.D,HVI Heonnasznun ca MHoro
peaKW B racTpo-UHTECTUHAHUA TpakT.
B Okono 1-7% oT Tymopute B TUT
m 0.7 - 0.8/ 100 000

Ullrich et al., Incidence of gastric B-cell lymphomas,
Ann Oncol, 2002

3nokavyecTBeHUTe
KPLEOTEOPHUTE OpraHu

CroXHa W pasHopojHa rpyna oT sabonseaHus,
CBOSITA €THOMOMUS, MEXaHUSMM M KIUHWUHE

3abongaBaHNA Ha kpreTa W

"bKaHW CbC CTIOXHA CTPYKTYPa W (hyHKLIMOHATTHM
H MO3bK, NMUMKHN Opranu...)

PasHooGpaaweTo Ha NaToreHeTUYHN MEeXaHW3MW, KOWUTC DG‘{CﬂaBHT
pPa3BUTUETO Ha 3noKkayecTBeHUTe XeMaTo-noru4Hn
SHGOHHBEHMH, Bes Aa Ce USKMKYBAT e4UH Apyr:

I. TeHeTWyHu aHOManuu, B pes3ynTaT Ha KOeTO € HapyweHa
perynauusira Ha knw4yosM reHn  (Tymop-cynpecop reHu,
OHKGTEHW, CUTHamHN NbTULA)

II. Pa3nu4Hu UHEKLMOSHA areHTu.
II1. AHTUreHHa cTuMynauus
IV. MmyHocynpecns — BUpYCHa, Criej TpaHCNnaHTaLum n Ap.

HTLV-1 Human T-cell Lymphotrepic Virus 1 AKTMBALNA Ha BNPYCHHM OHKOTEHHM
HHV-8  Human Herpes Virus 8 AKTMBALNA HA EMPYCHM OHKOTEHN
EBV Epstein Barr Virus AKTMBALNA Ha BNPYCHHM OHKOTEHHM
HI Hurmam Irrmod e fereey i

HCV Hepatitis C Virus Wimytocynpecns 7

HP Helicobacter pylori AwTrenra akTeauna

Enle,eMVlOﬂOerﬂTa Ha oHKOXemaTornornuHute 3abonseaHus eapupa B

Distribution of major lymphoma subtypes (diagnosed on the basis
of biopsy evaluation other than bone marrow) in different
geographic locations, in %

Number of evaluated cases [n=1198]

OT/eNHNTE CTPaHW N & CrOXHO 3aBMCUMa OT pejuLa NonynaLuyoHH Soutle Blligaria
A P peauLy ynauwy ’ ':‘a{"' Omaha | Capetown E°"g Wurzburg | London | Locarno | East | Greece | 2005/
FeHeTUYHU, UHMDEKLUMO3HA U APYTH (hakTopy. entities ong Turkey 2007
_ B-cell
donukynapeH numcom JAuebyseH B-epokneTbueH numeom sl . s a " s s 52 55 51
= a = lymphoma
Follicular
iympoma |
MZBL of
MALT- 6 4 10 9 3 9
type
DLBL 28 28 35 0 27 35 353

Ranges for DLE]
Sums

)
Bamstodzd 1)
Dastozes

Oérwns e 025 foa0e @)

Guenova, LiIFE Path, Barcelona 2007
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\‘\: Knacuvecku m3cneiBaHuA
i O Mwukpockonckn nscnegeaHnsa
O TeHeTuuyHu nscneasaHuA

MMYHOXNCTOXMMUYHO MapKupaHe
PrioyLUTOMETpUS

FISH J
MornumepaszHo- BepukHa peakuusa-PCR
KonwnuecteeH PCR B peanHo Bpeme
MHoroLgeTHa kapuoTUnMsaums
CekBeHupaHe ‘
Chip-TexHonoruu....... \é ..........

N O

Ooooooo

]

Knacudbnkaums Ha CBeToBHa
3ppasHa OpraHnsauyna

478 pesusung, 2008
KoemnnekcHa oLeHka Ha
OKnacnye cky MUKPOCKOTCKN MeTOAM
OMMyHONOTMYHK MapKepu
OreHeTUYHM N3CnejBaHNA
OMonekynapHU M3cnedpaHns
AedwrHupaHe Ha

CBronornyHo XoMoreHHN
CKMMHKWYHO 3Ha UMMM
OHozonoruyHy egMHULIK

[MPOMSAHA B OYAKBAHUATA
HA BOJTHNA W NEKYBALLMA NTEKAP

OT AMATHOCTUMHNTE CTPYKTYPU:
% “MHTepHet” maunerTa

®» /1 BONMHMST, W HEroBUST MeKyBall nekap, WMar Hyxaa oT
YBEPEHOCT B TOYHOCTTa Ha MNoOCTaBeHara AuarHosa, oT
npunaraHeTo Ha “Hail-HOBOTO" nedeHue

% Beue He e gocTaTbyYHO CamMo MHeHWneTo Ha “ekcnepT”

» CbBPEMEHHUTE AWATHOCTUMHU CTPATErMM €3 HACOUEHA KbM
CbMOCTABKA U MOTBBLPXKAABAHE HA pPe’yntatute dpes
Pa3NYHN NMOAXOAM 3@ MaKCUManHa HajgeXgHocT Ha
OKOHYaTeNnHaTa AunarHosa.

HAPACTBALLI,VI N3NCKBAHNA
HA OBLLECTBOTO M 30PABHATA CUCTEMA

OT HajeXAHOoCTTa Ha AUWarHoCTUKaTta

» [apaHuum 3a HABPEMEHHOCT, JOCTbMHOCT U BUCOKO
KauecTBO Ha 34PaBHUTE YCNyTu;

® HagexgHocT Ha JuarHoctakaTa W peractTpauvaTa Ha
3abonABaHeTo, KOETO € OCHOBHA NPeAnocTaBka 3a:

» HauvoHanHa sgpasHa nonutuka

» MnaHnpaHe v oBesneqaBaHe ¢ MeANKaMeHTN (onpedensHe Ha

crelUbUIHUTE  HY)KIUM OT  pasiUUHU - KaTerop  MedMKaMeHTU, BKIT.

TapreTHu; orphan drugs; ckbnocTpyBaly Me UKAMEHTU U T.H.)

HAPACTBALLM U3NCKBAHUA
KbM XEMATONOIMYHATA ANATHOCTUKA

|. Mpoy4yBaHNa oT 3apaBHU cucTemy B EBpona n Amepuka
rnoka3saT 3Ha4/MO BLGOKa Y€CTOTa Ha AWNarHOCTVYHW rpeLLKM
1 3abaBsaHe Ha [UarHo3aTa B OHKOXEMATOomoruaTa;

\I' Hanp. ¢ 2,8-7,8 mec. npu numcpomiTe B UK, Attp:Amww.nice. gov.uk

\'s Berrapna —HAMA JAHHN

Il. TouHaTa AvarHosza cTaga Bce Mo-BaxHa B YCNoBUATa Ha
TapreTHa Tepanva U KINHWYHW Npoy4vBaHnA

NCTBbPOEHATA
OUAMHOBA:
un
Craawii

CNEUNPHNYHO NEYEHKE
(Muwena—CD20; CD30, CD22;
BCR-ABL; PML-RARA, gtc)

N XM - 9;22)/BCR-ABL - Imatinib I0———_—> [MPOIHO3A (CD68, Ki-67)
v CD20 - Rituximab
I1l. HapacTBaln N3NCKBAHNA KbM TOUYHO XapakrepusmpaHe Ha 00— > MAPKEP 3A MPOCNEAABAHE
e e oo (SR Aol B3 P
neYyeHvieTo
PEANHOCTTA

HNMBA HA OHKOXEMATOJIOTMYHA ONATHOCTUKA

Huso-1: Jlvnca Ha AOCTLN A0 CNeLManuanpaHm
yenyru

Hueo-2: foctbn fo pasnuyHu nabopatopun bes
KoopAMHaums mexay Tsx (o6obLieHneTo — geno Ha
OTl1, nekyBaly Nekap? a NoHsKora Ha caMus
nauueHT)

Huso-3: VIHTerpupaH pesynraT oT HAKOMKO
nabopaTtopHn nscnegeaHns

Huso-4: HanbnHo vHTerprpaHa naGopaTtopHa
MpaKTWKa

National Institute for Clinical Excellence. Improving outcomes
in haematological cancers: the manual. http:/Avwwv.nice gov.uk
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1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

PEanHocTTA
HUBA HA OHKOXEMATONOIMMYHA OUATHOCTUKA

O Hwueo-1: Jlunca Ha ZoCTLN 40 CheUWannsnpaHn
yenymm

O Hwueo-2: focTwun fo pasnuuHi naboparopun 6e3
koOpAVHaLUms Mexgy Tsx (oboblyeHueTo — feno Ha
OlJ1, nekyBaly Nekap? a NOHAKora Ha camus
naLeHT)

O Hueo-3: MHTerpupaH pesyntar oT HSKOMKO
nabopaTopHN M3CnefBaHNs

O Hueo-4: HanbnHo uHTerpupaHa naboparopHa
npaKTuka

National Institute for Clinical Excellence. Improving outcomes
in haematological cancers: the manual. http://www nice gov.uk

PEANHOCTTA

HuckuTe HUBa Ha AMarHocTMKa He Oo3HadaBaT
HUCKN pa3xoadn

O Tpewkn B guarHosaTa (20-25%)

O TpewkiTe B AnarHosata BOAAT A0 rPeLUKM B
neveHNeTo: MefVUWHCKN edheKT; NKOHOMUYEeCKN
edhekTun

[0 3abaesaHeTo Ha gwarHosaTa — 3abaBsHe Ha
neveHneTo

O Bucokn pasxo4n 3a HEHYXHO MOBTapsLM ce
M3CMeABaHNA U MaHUMynauum B pasinnyHn nevetHu
3aBefeHns

O Tponyck Ha CBLUECTBEHW ANATHOCTUYHN TecToBe

BbnrPocu NPy BHEAPABAHETO
HA HOBW OMATHOCTMYHKM TECTOBE

a HapaCTBaLLWITe BbL3MOXHOCTU & BUGCOKMTE oYaKBaHWA,

O B koMBUHaLMS C OrpaHUueHUTe MaTepuanHiu pecypcu
Ha MeAULMHCKaTa NPaKTika

UBNCKBAT OYHKLUMOHUPaHEeTo Ha ecdeKTUBHA cucTeMa,
KoSTG eheKTMBHO fa BHeApw Aokaszanute ce
MOAXOAM 38 ANErHOGTVIKA 1 MOHWUTOpPMpaHe.

L|| EHTPANTM3NPAHA
OHKO-XEMATONOIM4YHA NABOPATOPKA

MuneH ofem vny echeKTMBEH AOCTBIM 40 &

O MopchornorniHa eKcnepTisa :XNCTorNorusA, LMToMNorMs

O WMmyHodeHoTUNM3MPaHe (MMYHOXW CTOXMMUAT(MNOYLMTOMETPUA
O LiuToreHeTU4YHM M MOMekyNSpHW U3CrejBaHus

[ocTh A6 BEUMKU MaTepuany, B3eTU B XoJa Ha BonecTra:
O PasnuuHi NoKanusaLmm MAMpHU Bb3MK, KOCTEH MO3bLK, KPbB
O Mo pasnuuHo BpeMe:ANarHosa, NPocnesaBaHe, peLUans

EthekTMBHA Bpb3Ka 3a o6MeH Ha KIMHWMHA UHbopMauus®:
O NMexkyeay ekun

O NaBopaTopeH eknn

O KnMHWYHKM KOMUCUM MO XeMaTornorus

MNpeaumcTBa Ha
LleHTpanmampaHMTe OHKOXemMaTonornyHu
na6opatopun (1)

KriouoBU npeaumcTBa:

O NaGopaTopHa W AMArHOCTUYHA CTaHAaPTUIaUMsA
YHAhULMpaHIA KpUTepUK 3a oTAernHuTe saBonssaHna
YHUhULMpaHA TEXHUKA 1 arro puthin
YHUhULMpaH NoaxoAn 3a Npocnefissade Ha GonHuTe

O Cnepgar ce YTBBPAEeHU AUAarHOCTUYHU NPOTOKONN
oTNUMarieH NaHen cbhobpaseH ¢ KOHKPETHUA KIMHYeH Npo&nem

O LanocTHa oueHka
U3KMoYBa Bb3MOXHOCTTa OT MPROMYCK Ha Krove B0 UscnejsaHe
UsBsArsa ce UsNULLIHO NoBTopeHUe Ha TecTobe

MpenumcrBa Ha
Ll,e HTpannsnpaHuTe OHKOXeMaTONOrM4YHN

na6opatopun (2)

KnioyoBKn npeaumcTBa:

MBKaBoCT K 6bp3a peakumsa KbM HAyYyHUTE W TeXHUYECKA

NOCTWKeHNA - BbP30TO BbBEXAAHE KATO HOBW TECTOBE

[m| Ebp:a NpPOMAHA Ha TEXHOMOTMUTE N NoaXoauTe
MUKPOCKOMBT Beve He e JocTaTbyeH
HoBM  MMyHOMOTMUYHA W MOMEKYNApHA  TecToBe — Gbpsu,
CTaHAapTU3UpaHu, Bb3MPOoUsBoAUMIA
Mpodounmu Ha reHHa ekcnpecust

O Bubpaa eBoMmoUMA Ha KNWHAYHATA NPpaKTAka

Bpeme e HoBUTe TepaneBTUMHW MeTOAM W METOAWTE 3a AuarHocTuka n

MOHUTORUpaHe Ha GonecTTa fa ce pasrnexgat kato MAKET

MNpeaumcTBa Ha
L[eHTpanmsmpaHMTe OHKoXemMaTonorn4Hu
naGopatopun (3)

KniouyoBu npeaMmcTBa:

EdpekTnBHOCT Ha Kagpy, MaTepuantn n nHhopMaLoHHA
pecypen

O dPuHaHcoBa edeKTNBHOCT
EdbekTBHO HaToBapBaHe Ha CKbNa anapaTypa
EchekTuBHO WsnonssaHe Ha peareHT (pedku sabonssaHun)

O EtpeKkTnBHO HaTOBapBaHe Ha creLnanuanpaH nepcoHan
3apasa Bpb3ka MeXAY AWArHOCTUYEH W NeKyBall, ekun
KyrrrmavlpaHe Ha juarHocTuyHa ekcneptusa

O VYnpaeneHue Ha AaHHUTe

Basun AdHHKW, enMieM1onernyHn npoyysaHna
OcHosaHa Ha jokasaTericTsa MefuLuHa

O LUeHTbp 3a 0o6ydeHue n npenojaBaHe

HCBAJX3

CneuunanuaupaH xemarororudeH nat-6nok
— -

HeEANO

s B
ot . - )

-29.

a6opaTtopus
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HCBAJIX3

CneupmanunanpaH xemartonorndeH nab-o6nok

Mogen sa LleHTpanuanp~ra «r'«cxamaTonornyHa naGoparopus

MNmyHocbeHo

/n-ugeTHa
dnoyuuTo
MeTpus

HCBAIJIX3
Horoeop 002-35/09 HauuoHaneH choHa-HA

EMoSaHka\ MNmyHodpeHo Ig'len,qua
/ Tgnmsaqvm/ | L
e Xummng [ N-UBeTHa
Mopdpenorn . ®noyusto | ‘
‘ MeTpus
ABTOMAT. CekBenn

\

c-MK pane

N

Aurutanim
- obpasm L a
BbamoxkHoCT 3a npeunsHa anarHosa
CneumannanpaH xemartonorndeH nab-6nok
Bpein nscneasanva
MaHTenHo npyseH B- .
MOPCONGIUYHI, UMYHOMOTUYHW, TeHeTHYHM MZL-MALT KMSTLUSH ipf:nem% Burkitt
Bpoii npemuHany BGonHK Bpoid uscneasaHm
nokasarenu 0,41/105 #0,45/105 ~0,42/105 *0,22/105
2010 rog. 2012 rog. 2010 rog. 2012 rog.
Knunuka 4300 7671 26577 38805
Or. ARy 3002 4424 12893 21832
BGonHuym
OBLLO 7302 12095 41662 60637 h'\‘-i;'_.-*
Ulirigh et al., Ingidh gastric B-cell Ann Ongol, 2002

Sant et al., Inciden ce of hematologic malignancies in Europe by mor phologic subtypeq Blood, 2010
Capelle et al., Gastric MALT lymphoma: epidemiology, Eur J Gancer, 2008

CTOMALLHW NIMMSGOMM
TEPAMEBTWNYHW MOCNEOCTBUA

MZL-MALT EGRERE Pucpyaer B- Burkitt
KneTb4yeH ejpoKneTbHeH
anti-H.pylori CT R-CHOP HyperCVAD
R+ CT Bendamustin + pezekuWs Bucoko-
R £ RT Bortezomib + anti-H.pylori posoea CT
ABTO-TXCK
10-rog. 10-rog. 5-rog. 10-rog,.
95 % <10 % 50-70 % 40-70 %
Nakamura et al, Amaro et al. Am Chang et al. Colovic et al. Srp

Gut, 2012 J Gastroent, 2000 Gung Med J, 2008  Arh Celok Lek2011

“I'Io,qupﬂBaHeTo Ha TOYHOCTTa Ha ANAarHoCTUKata € BepPOATHO
eAWH OT Hal-BaXHATE acnektun B FIOAOGPFIB&HQ Ha u3xoaa oOT
3noKaYecTBeHNTe 3ab0NABaHNA Ha KPbBTA. 4

NICE I0G for Haematelogical Cancers, UK

Mpean S rog
100 Lot - MPeXNB ACMOCT
Mpean
80 rog Bonectn Ha kpbsTa ~ 0%
Mpean TTeBKEMNA NN MM OM
60 rog
ApoHmuHN  neskeman Tusaczomn
OcTpn neskemmn ATPECHBHN MG OMA
Mpe-nee kemmn
>40 TMNa neskeMMM: >50 TMna auMbomH:
OHec
Octpn neskemuu (>20 Tuna) 3penu B-knerkurn numdoma(~ 14 tiana)
JINMGOBPACTHN JIEBKEMAN (2 THa) 3peni T-kneTbuHA AnmMpomi(~ 15 Tna)
XPOKMYHN MUENOUIHH NeBKEMMN  TINO3MOKNETBHHH Heonaazmu (>3 Tuna)
onectn oM ( 5 THna)
MUSNOAUCTINACTUSHU CHHAPOMU  JTUMAOMH, 3COUUMPAHY € KHYHEH
ALt (5 Trna)
LIpYrin XeMaTonnHOAHN Heonnask (~7 4
Tana) 70%
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Mo NbTA KbM U3NNEKYBAHETO:
CbBpPeMeHHU ANArHOCTUYHU U
TepanesTU4HU Bb3MOXKHOCTU B
KNIMHUYHATA Xemaronorusa

Mpo¢. CredpaH NopaHoB.,
A-p BecenuHa NopaHosa-MapuHosa

Kak pasragaHaTa
naTtoreHesa ce npeBbpPHa B
TepaneBTUYHA MUILLEHA....

Marnko ucrtopus...

[xoH BeHeT 'Cnyvai nHa xunepmpogus Ha cnesxkama u
yepHus 3po6, Npu Kolimo cMbpmima Hacmunea om
cynypauusn (HazHoseaHe ) Ha Kpbema”

BepnuH - camo
HAKOSIKO ceaMuuu
NO-KbCHO...

Hemckmat nexkap n obwecreeHrk Pyaond Bupxos,
“falyaTa Ha cbBpPeMeHHaTa naTonorua” onncea nogobeH
cnyyan.

+ Pydong Bupxoe:
HeonnacTuyeH npouec,
KOWTO MO-KbCHO Hapuya
JTeekeMusa
(Genokpbeue)

+ Qxwon Benem! Kacae
ce 3a UHpeKyUs

[BamaTa onuceaT efjHU OT MbPBUTE Criyyaum Ha
3abonsBaHeTo, HapeyeHo MNo-KbCHO
XPOHUYHa muesioudHa neexkemust (XMI)

B cneapawmure
JeceTuneTusa...

... NeBKEMUYHNTE
KMeTK\ npousxoxpat
OoT KOCTHUSl MO3BK...

EnoxanHoTo
OTKpUTHE...
1960 r

... aTUNUYHa KbCa
XpOMoO3oMa B
3noKa4vecTBeHNUTE g
KNETKW NpX NauUEeHTU Murep Xoyen & [Jensua
¢ XMI1 = “Philadelphia  Xa+r=ptopa
chromosome”

dunagenduickata XpoMo3oMa-NbLPBOTO
[0Ka3aTencTBo 3a FeHeTUYHN
HapyLIeHUA,MPUHMHABALLY paK
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1986 Ben-Hepus: woentudpuumpa
npotenHa BCR-ABL = 210 kD
TUPO3MHKMHA33

+2 90% oT nauueHTUTe ¢ XMIJ1 ca
HocuTenu Ha dunagenduincka
xpomoszoma (Ph+)2

Mosnwenra

P . ammafe THPO3MH- uuugge  Maousha
BCR Ber-Abl KMHazHa KIeTbYHA
/ akTMsHoOCT nponudeparyn

Punagendwicka
ABL XPOMOSOME

1. BervNerish V. ot al. Sciencs. 2. Faderl , et al 3. Deiningar M, ot al. Biood. 2005:105(7) 2640-2853.

Ph (+) knetku - abcontoTHO GUONOrNMYHO
NpeBb3XOACTBO U NPaKTUIECKO

6e3cMbpTHE...
RA
JAK-STAT
CR/ABL]
1. AkTuBMpaHe Ha MYC
npo auuaTa
ecra
n,
F-actin ha r,, oGy A0PO
Omg
PIK3 -AKT] eTEYEH
2. Mpomeru B LKA

CTpoManHaTa agxesusa

3. MoTnckaHe Ha
anonToszaTa

1994 - 1996 B.[ptoKep: “efuH cenekTvBeH
WHXMBUTOpP Ha ABL TMpO3WH-KMHa3aTa
noTucka nponugepaunata Ha BCR-ABL
MO3NTUBHUTE KNETKN in vitrolvivo”

Eérgét(e;zz)(qm;qﬂ.a

— BCR-ABL1

2 T
R o
s

PsT T
onzoia) "0 G\ 3 pind.bind

2001 “MarmyecKuTe KypLymMmn”...

THERE IS NEWAMMUNITION | REchELles

IN THE WAR AGAINST

ANGE

THESE ARE THE BULLETS.

Reolutionarynewpils
onl

EBontouusi Ha o6wwaTa npexussaemocT npu CML
UCTOPHUYECKHUAT NPerioM ...

Primary imatinib, 20022008 (GML IV} 5 years 83%

IFNGc o1 SCT +2 line imatinib,
19972008 (CML NIA) S years 71%

IFNoc or SGT, 1995-2008 (GML 11l 5 years 63%

. 19862003 5 years 53%

Hydroxyurea, 19631994

MpexuBsieMocT
o o o o 5 b o B 0 8 =

ToAMHU cnep, AuarHosaTa

CbBpeMeHHN AUarHoOCTUYHU
TEXHUKM
npu manurHeHute 3abonsBaHus
Ha KpbBTa
B MOneKynspHarta epa

WHTerpaTUBHUAT noaxon

MWUHUMYM — 5 ANarHOCTUYHU
TEeXHUKN ca Heobxoaumm 3a
npeunsHaTta guarHosa ?!

+ Lutomopchonornsa

+ LutoxumuueH aHanns

+ WMmyHoxmcToxumusn

+ ®deHoTUNM3NpaHe Ypes chnoyuuTomeTpUs
+ LiutoreHetnka

+ MonekynsipHo-reHeTUYEeH aHanna

+ Metoan sa gokassaHe Ha M-KoMnoHeHT
+ CobBpeMeHHa obpasHa ANarHocTuka

LinTomophonornsa -LAnocTeH nepndepeH 1
KOCTHOMOSBYEH CTaTYC:
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Lutomopdonorus

EMQGQGHHMaJ‘IHa KPpbBHa KapTuHa:

» KonnyecTeeHa oueHKa oLeHKa Ha epuTPOLMTHUS,
NEeBKOUMTHUA, TPOGOLUMTHNS 1 aGHopMHaTa KeTbUHW peanum

» MbHa KauecTBeHa XapakTepucTika Ha KPbBHUTE Pefuum 1
abHOPMHUTE KNeTK No Bb3NpUeTV LTOMOPOOIornyHMI
kpeTupuy { T.Hap napa- wnu GnactHu Genesn Ha abHopmHaTa

peavya)

4

4

L]

+

%

L]

£l

*

LinTomopdponorusa

Muenorpama/TpenaHobuoncus
KNeTbYHWS LienynaputeT
MOPEONOrAYHTE OTKIOHEHWS U HapyLUEeHNaTa B
nponvdepalmaTa 1 MaTypaLyisTa Ha KeTbYHATE NMHWK

Hanu4meTo Ha abHopMHa nonynaums, cTenex Ha
VHOUATPaALMSA B KOMMYECTBEH W KaYeCcTBEH acnekT
BKMOUBaHNA

efHOTMMHOCTTa Ha aBbHopMHaTa nonynausa B nepudepHaTa
KPBB M KOCTHUS MO3bK

KIVHUYHUA CTagni 1 NeskeMusauma npu Iumdomute
KOGTHaTa CTPYKTYpa 1 huBpOTUHHI NpoMeH:
npearonaraeMa LUTOMOPHONOriuHa garHosa
TepanesTUYHOTO MOBMUsBaHe Ha aGHopMHaTa nonynauus

ACCTUNTOCTATUYHOTO W NOCTTpPaHCNIaHTayNoHHOTO
Bb3CTaHOBABaHE Ha XemMonoesaTa

LiuToxmmMmnyeH aHanus- 3penrocmma u
npUHadne)KHocmmaHa Kiremkume

onpedesIAHemMo Ha KNSMBYHU eH3UMU:
ankanHa coctharasa (AP}, Myenonepokcngasa (MPO ),
HecneundnHUTe ecTepasn (NE) - anda-HatbTMnaueTatecTepasa
(6-N-AE), HachTon -AS - auetaT(N-AS-AE }, HachTon-ASD-
aueTatecTepasa(N-ASD-AE), HacTon-ASD-xnop-aletatecTepasa
(N-ASD-CLAE), kncena choctpatasa
onpedenane Ha KNIEMBYHU cybempamu:
IMUKoreH Ypes PAS- peakuya, MUNUAK, KATUOHHU NPOTEUHM,
Ae30KCUPUBOoHYKIe 0 TUAW, PUBOHYKNEOTUAN W AP

V‘MyHOJ‘IOFVI‘-IHVI MeToaoun

- MOHOKNOHaNHoO —aHTUTeNHarTa
peBontouuns Ha 70Te roguHU Ha
MWHaNMA BeK...

+ 3awo Kéhler n Milstein nonydasar
HobGenosa Harpaga?

- XubpuagomMHaTa TexHuKka

XemonoeThuHa KNeTbuHa AndepeHLmaLs 1
aHTUreHHa ekcnpecus
MUernongHa andepeHumaLms

XemMonoeTnyHa KneTbYHa gndepeHupanmn
W aHTWreHHa ekcrnpecus
B-numdpoumnTHa AndepeHUMLMA

Bone Marrow Blood
Sto of Differentation:  Bone Marrow _— ; Lymphoid Tissue
Myeloblast Nemmpml i i
g ) cuss o ! it
Granuiocyts/ = S i TR I i
Macrophage ngaycb i o117 T2 cp13 o7 T > 1 ]
HLADR eoes e cun Merosinienss. rvaiion Jommdsins Bsme Btarasiiei Y oA Gacts 1 ¥ s o
CD34. ' L e
Monoblast Promonocyte Monocyte ' '
HLADR a1 ; :
CD64 e
cmm“ FRE (;Dn cons opt1g Py b oD10 ! | coto.scLs
stemcst ragene | 0% corr—*eca: () —— (O o022 oz : ;
oo romme | e + +
HLA.DR i CD19.coTa i |
oD% i St
| |
s Erythroblast LateNormoblast | Erythrocyte ==

CD7‘ s i g CD20 . Y

il ' - ———

= : \_slaD, keppa imboe
! ! 0 coss

Megakaryoblast Mtunlmrvwvle i Platelet . 5

ey A cos2 cost | 2 1 ' o138

eovmraarrostmnor g0+ B o con @ e =
i - - - B [Py rm—— Vysiorm

T-numdounTHa AncbepeHUMLMA

Co1a
Gb4

e ot rmria e ' Plood
i
|
—_ = —_— ==
i
Lymphois Earty Trymooy Goreal Vedull R e
Moace oo !
coss i
e S
Tar ;
cor ‘
=
D2, CD5 *
[
— T
T "
i
i
]

Coas

T-iympnoblastic euicaemia / ymphoma atro Toon |

MogoBHO Ha HOpManHUTe KNeTBYHW NIUHWK,
MyTUpanuTe KneTkW 3anassaT 40 ronsma
CTemMeH ChlUATe PELIENTOPH, C KOETO He
CamMo CTaBaT pasrno3HaBAEMU MO
NPUHAANEXHOCT, Ho ce AobuBa
npeacTaBa 3a MACTOTO U hasaTta Ha
KneTbuHaTa TpaHchopmMaLms.
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NMYHOXNCTOXNMNS

eusyanusauus — ¢ hnyopecyenmau 6ou N Ypes eH3uMu

TOYHa AuMarHosa, knacudmkauua M cTagumn Ha
zabonsBaHeTo

naeHTUUUMpaHe Ha MankbK 6poi KneTku

rioKanusauus Ha aHTUreHa — rno membBpaHara, SaporTo,
HyKneonure,

MHOXeCTBO aHTUreHU B eAHa KrneTKa

koM6uHauus ¢ FISH, 1.e. egHoBpeMeHeH eHOTUNEH U
reHoTuneH aHanus - FICTION

cheHOTUMHA acoLMaLMs C FeHeTUHHU OTKIIOHEHUs!, Harnp
Cyclin D1 c t(11;14)

nore?uwaneﬂ tepanestuyeH CD- taprer (nevexune ¢
MKA

+

*

L]

4

L

L]

+

ycTaHoBsiBa MapKepu NPoOorHOCTU4YHO HEGJ'IOI'IPVIHTHO
3Ha4eHue

» MOHUTOPUpaHe Ha MMHUManNHaTa pesugyanHa 6onect
(MRD)

MuvHMManeH naHen 3a AnarHosa u
cybknacudpmkaums Ha numcpommn

» CD20, CD79a » [MaH-B aHTureHn

» CD5, CD10, » Mapkepn 3a B-kneTbyHn
ch23 Heonnasuu

» K&\ Nekn Bepurn  » KnoHanHocT Ha B-kneTkn
r Bcl-2 3a gnarHosa Ha NuMdomn
+» Cyclin D1 » Mapkep 3a MCL

» CD3,CD45R0, » T-KNeTbYHU Mapkepu
CD4, CD8, CD7

4

» CD56, CD57 » NK-KkneTbuHn mapkepu

- CD15, CD30 » Mapkepu 3a XOAKKUHOB MMGOM
- Ki-67 » Bucok nponudepaTiBeH VHAEKC

+» CD34 » XeMOMOETVNUHW CTBOMOBY KMeTKM

PrioyumtTomMeTpuA

MHAKaumm

NnmcbounTosa
LnToneHun
JleBKoUMTO3a
[MnasmounTosa
ABHOPMHM KNEeTKM

dnoyuuMToMeTpUYeH aHanus Ha
ManMrHeHu KneTku nNpum ocTpa
numcobnacTHa neBkeMus

A

.
(2]

SSC-Height
CO19APC
CD10PE

- - -
ostck T o T Ccospecs T 7 “CodsPerch

CD10PE
CD34 PE
CDS8 PE

® con e ‘D45 PercP © couspeck

drnoyuuTomMmeTpuma

MPVHaAMEKHOCT KbM KIETbYHa NUHWSA W HABO Ha
AvchepeHLmauma
noTeHLUManHn TepanesTUUHN TapreTu
MOHUTOPMPaHe Ha TepaneBTUYHUA oTrosop U MRD
WAEHTUMDULMPaHETO Ha KeTbYHaTa CMbpPT
-MKA Apo2.7
-eKCrpecyaTa Ha KNeTbYHU peLienTopu oT
anonTonyHoTo cemelcTeoTo Ha TNF (Fas, TNFF1,2,
TRAIL R1-R4)
-oMnpeAeneHN OHKOreHW 1 TYMOR-CYMPeCopHW reHmn

4

4

4

FeHeTUYHU n3cnegBaHuUA
B KIMTMHUYHaTa XemMatonorms

....MatoreHesara Ha BCUYKU
3riokadvecTBeHn 3abongBaHus,
He3aBUCMMO OT TsXHaTa ThKaHHa
NPWHAAMNEXHOCT, € CBbp3aHa C
pa3HoobpasHu HapyLueHus B Gpos unu
CTpyKTypaTa Ha XpOMO3OMUTE,
NpoTUYaLLy He3abeneXxumMo 3a Abnblr
Mepuoa oT BPeMe.

FeHeTuYHn meToam -
Knacudukauma

( SH Education Book January 1, 2003 vol. 2003 no. 1 279-293):

1.A3cnedeanus 3a xpomosomuu anomanuu ( Genome-Wide Screening)
» Spectral karyotyping (multicolor fluorescence in situ hybridization)
» Comparative genomic hybridization (GGH)

2. Uscnedsanus sa creyupUIHU XPOMOSOMHL aHOManuL

Fluorescence in situ hybridization (FISH)

PCR (polymerase chain reaction analysis of DNA)

RT-PCR (reverse transcriptase PCR analysis of RNA)

Real-time PCR (automated PCR)

Genotyping for single nucleotide polymorphisms (PCR-SSP)

Hscnedsanus Ha eenHus exenpeced npogun ( Gene Expression
Profiling)

Global microarrays

Focused microarrays

Microarray of amplified RNA from microdissection
H3scnedsanus 3a MUHUManHa pesudyanda 6onecm { MRD)
Nested PCR

Quantitative real-time PCR (Q-RT-PCR)

Wea 4 444

PPN

KnacuyeckaTta UMTOreHeTUKa —
3naTHUA cTaHZapT

Kapuomunen ananus apu OJUT t(12;21)(p13;922)

ge38R8E gEss
S‘i g% sﬂa sz 88 #?ﬁ s;a
SPUEET SRR

14

s szas
E X

- - -

1 20 2 22
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MonekynsipHo-reHeTUYHU MeToaM:
FISH u 6aznpaHuTe Ha Hesl TEXHOMNOIMK €

BUCOKa pe3oniounsa

MeHHa ekcnpecwus, 6asupaHa Ha
Microarray ananus

MeToaw 3a onpegensiHe Ha
M-rpagueHT B CEpymMm u/unun ypuHa

MaenTudpnkaums
-+ Enekpochopesa
» KanunsapHa enekpodopesa

+ IMmyHodbmkcauns 5 pEEe | g ]
» UMmyHocybTpakumsa | :
» U3oenexktpuyeH cokyc |

KonwuectBeHo namepsaHe: J“LMJ_ . 1 agk
+ IMyHoHedenomeTpus H—Eakinbh T
+ VIMyHOTYpBOAUMETPHA

TP TeeTTRATRM e T3 T

CbBpemMeHHU 0bBpa3Hu meToam

KoHBeHLUMoHanHN:

# YnTpacoHorpaxws

+ Knacwuecka RO-rpacpus

« BuneganHa numdorpacpus

« KAT , HRCT cnupanoeugeH KT

» AapeHo marinTeH pesoHanc MRI
«» DEXA aeHanTomeTpms
HykrneapHa TexHuka

+ KocTHa, K.M. ¥ NMMcbHa cUMHTUrpacna
» KWHeTuKa Ha KpbBHUTE peguum

» PET, PET/CT

~ SPECT/CT

E R

KnuHnyHaTa xemaTonorusi Haenese
B MOIeKynsipHaTa epa...

CbBpeMeHHaTa koMMnekcHa AUarHocTrka e
GesanTepHaTUBHa MO NPELM3HOCT 1 BoratcTeo
Ha WH(opMaLWs 3a LanocTHaTa Gronorns u
€BONIOLMS Ha ManurHeHoTo 3abonsBaHe.

KnuHuyHaTa xemaTonorusi Haenese
B MONEKynsipHaTa epa...

» HabaszaTa Ha guarHocTUYHUTE TEeXHUKW ManurHeHnTe
XeMOoMaTL ce PerucTpupaT B HayUHO 134 bpKaHuU
obLLonpueTy KpUTEPUM 1 HOMEHKNaTypa, KaTo ce
cTpaTnduLpaT B HOB M KNAc(UKaLMOHHYN CXemu,
OCHoBaHW Ha BMonornara Ha MyTUpanuTe KrneTbuHu
NHAK

nocTaBeHaTa AUarHosa e ¢ LokasaHa NprHagriexHocT
Ha MyTvpanara KreTka KbM orpegerieHa KrneTbyHa
TNHNS, G YTOMHEHOTO HUBO Ha OHKOreHHOTO cbBuTNe B
eBOMOLIATA Ha MOCMeAHaTa, € reHeTNYHITE aHoManmm
N XapakTepeH MoBbpPXHOCTEH peLenTopeH Habop,
OTroBapAW Ha onpegenieHa Ho3oMorMyYHa egrHNLA 1
Anche peHLMpaLyy LUTOMOPGOOrMYHO CXO4HNTE hopMul

4

OcTpa npoMuenouuTHa neBkeMmns
__MeBkemusTa UMa pasnosHaBaemMa Mopghos02UA Ha
npomuenouuTougHUTe BnacTu, XapakTepHu YUmMoxXuMuvHU
omuacaaua (MPOX, nunuau, PAS, NASDA) v gperomun
(CD33, CD13,CD117,CD11a/b,CD15). TpaxHcnoxayuama
t(15,17) Boan Ao ekcrnpecusTta Ha PML(promyelocytic
leukemia) —RARA(retinoic acid receptor alpha locus) ty3noHHM
reHu, Aokasyemun Ypes Kracuyecka yumozeHemuna u
MOIeKY NAPHO-2eHemuvYeH aHanus (RT-PCR)
(PML reHBT KOAMPpa MOATMCKALL pacTexa TPaHCKPUMLMOHeH
chakTop, Aokato RARA perynvpa muenongHata
LudbepeHLMaLms )

FA ] ) @ u'

i

ANarHocTMYHU KpuTEpUn 3a
B-OJ

» Prnoyuutomerpusi: CD45+, CD19+, CD22+, CD79+,
HLADR+, CD34+, CD33%

Pro -B: CD19+, CD79a+, CD22+, CD10-
Common-B: CD10+, clg-, mlig-

Pre-B: clgy, slg-

Mature B: slg+

» LMTOreHeTuKa: pasnuyHn BpoiHN 1 CTRYKTYPHW
aHoManum

» MonekynspeH aHanus:
FISH avomanuu 8 11q23/MLL
RT-PCR: BCR-ABL, AF4-MLL, PBX1-E2a, TEL-AML1
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AvarHoctuHu kputepum 3a XJ1J1

» UMyHOXMCTOXMMMA (NPpU NUMDOLUTHUS
numMdom 1 nunca Ha neskemuszaumsa): CD19+,
CD5+, CD23+, CD 20+, CD22+

- ®rnoyuutometpua:CD19+, CD5+, CD23+,
CD20+, CD22+, sIgM+ CD38%, ZAP70+

» LlutoreHetuka: +12, 13-q, 11-q, 6-p 17p-
FISH : 13g9-, ATM p&3

+ MonekynsapeH aHanus: PCR:
npeHapexaaHna

IgH

AunarHoctnyHn kputepun 3a MM

MuenorpamMa: nnasmouuTHa WHMUNTPaLMS

PeHTreH Ha nNrocku KOCTU: XapaKTepH! oCTEeonNUTUYHM

orHMWa TMN“nposgeHo oT Money”

HMmyHoenekTpodopesa: M-rpagneHT ot

napanpoTevHn

MmyHoxuctoxumusa: CD138+, CD7%a, CD56+,

CD38+, CD45+, MUM1+

» Prnoyuutomerpus: sig, CD19+, CD20+, CD138+,
CD38+, CD56+

» UutoreHeTuka:

”

*

”

t(11;14)(q13;932)/ CCND1-IgH
t(4;14)(p16.3;932)/ FgFR3-IgH
t(14;16)(q32.3923)/C-MAF- IgH
t( 6 ;14)(p21 ;q32)/CCND3 -IgH
» MonekynsipeH aHanus: PCR - npeHapexgaHna IgH
RT-PCR: PAX-5,FGFR3-IgH

LnToMopdonoruiyHu AaHHU 1
MyTauuu/peapaH>KMMEHTU B TUPO3UH-KMHAZHUTE reHun
npu XPOHUYHM MUenonponudepaTMBHIN 3a6onsiBaHus

aie

ABLY

PDGrRA, PRGIRR, FOFRT

JAKZVBITT, JAK2 exon 12

JAKZVG17F, MPL WASTLAC

JAK2VB17E, MPL WASILK

kit Du1Ev

CbBpeEMEHUTE TEXHOMOMMKU HE camo
ANarHocTUYeH MeTof... MNPOorHOCTUYHO 3HaYeHUe

» WASHTU(OMKALMATE HA FeHeTNYHUTS OTKIOHEHNA N TeHHWA
eKeMnpeceH Mpognn othopMAT PUCKOBUA CTaTyC Ha NaLMeHTa B
MOMEHTa Ha AWarHo3ata ¢ MPOrHOCTUYHO OTHOLLUEHUE KbM

TepaneBTUUHKMA OTFOBOP U NPeXNBAeMOCTTa

Mewaynapoaen npochoctnsen_naekc (PSS}
*

5 e 15

Morcasaten

FACTH b ROTHRAT M3

- 10% 11%e20% 21%30%

Kapuorun

Hues e Bucox

Fpot e

o1 23

CbBpeMeHNTE TEXHONOMMU HE camo
AWarHoCTU4YeH MeTog. ..
Puckos npodun B MoMeHTa Ha
AnarHocTULMpaHeTo Ha npoLeca

PuckoBuaT npodrn Ha nauneHTa e B
OCHOBaTa Ha T.Hap ,puUck-aganTrpaHa”
3a KOHKPETHWUS NauueHT Tepanus, T.e.
n3bop Ha noaxogsawms
XUMUOTEPANEeBTUYEH PEXUM NI paHHa
OPUEHTaLMS KbM TPaHCMNNaHTaLMOoHHa
nporpama.

C'beeMeHI/ITe TEXHONOIMN He camMo ANarHocTu4yeH

mMeToh...
CTpora OLleHKa Ha TepaneBTUYHNSA OTFOBOP
XemaTonormueH CHR Neskountn < 10 x 109/L
Bazodmnn < 5%
Bez W, | W, M B
OKK
TpomGountn < 450 x 10%/L
Hernannvpyema crieska
LinToreretnuen CCaR Orcicreme Ha Pht metadazn
PCgR 1-35% Ph+ meradazn
mCgR 36-65% Ph+ metadazn
minCgR 66-95% Ph+ metadazn
noCgR >95% Ph+ mertacpazn
[Monexynspen Heotkpusaemu BCR-ABL mRNA TpaHckpunv
CMoIR real-time kennyecteena n/nnm nested PCR B gaee
nocrneAoBaTeNHU KPLBHN MpoBK ¢ HeoGXoANMO TO
kauecTse (ceHsnTnehocT > 104)
MMOIR CEo Fa BUR-ABL K&m ABL < U.176 10
mexayHapogHara ckana

HeduHnunmn Ha oTroBopa

ONTUMANEH CYBOMTUMANE | TEP. NOBULLEHO
H HEYCMNEX BHWMAHWE
H3XCOHO NA NA NA - BHMCOK pHcK
- CCA/Ph+
Ha 3-mv mec CHR -CgR - < CHR NA
mCgR
Ha 6-m mec | Mone PCgR - < PCgR - Munca wa NA
CgR
Ha 12-tv mec | CCgR PCgR < PCgR < MMoIR
Ha 18-tm mec | MMoIR < MMoIR < CCgR NA
Criea 18-1n Crabunen wn | 3ary6a MMolIR | 3ary6a CHR | Hapacteare Ha
Mec nonobpssaw, ce | Mytaumnn® 3ary6a CCgR | paHckpunTuTe
MMolR MyTaumn™* CCA/Ph-
- CCA/Ph+

CbeeMeHVITe TEXHONOINK He Gamo
AWarHoCTU4eH MeTo/...
MOHVITOpVIpaHe Ha TeEpaneBTUYHNA OTroBop

Leukemic cell burden

MRD undetectable range
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4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

CbeeMeHVITe TexXHOoorMn He camo
AnarHoCcTtn4veH MeToh. ..
CTpora OLeHKa Ha TepaneBTUYHNA OTTOBOR

=3
-

0.01

BCR-ABL1 ratio(IS)

o
g

0.0001 undetectable
transcript level

Time

DedurHnumna 3a monekynspeH

oTroBop
i =2 log
0.1~ =3 log
wn
= GCyR
o 001 1 =4 log
; MMR
2 0.001- . - MR s S
22
0.0001- = - Et", -6log
o
0.00001 = -7log

( YyscTBuTenHooT 4.5 logs)

Lipton LH, et al. JCO. 2012;30{15s}417s [abstract 6506]

CbBpeMeHuUTe TEXHOMOrMU HE camo
ANarHoCTU4YEeH MeTo ...

+ YTOUHEHUTE NaTOreHETUYHN MeXaHN3Mu
ce NpeBpbLLAT B TepanesTUYeH TapreT

+VpeHTupuLMpaHeTo Ha noTeHUWarneH
TepaneBTUYeH TapreTt

«peanaBukarencreo npeg
chapmaLleBTUHYHaTa NPOMULLIIEHOCT

+Epara Ha TapreTHaTa Tepanua

TapreTHa Tepanus

Rituximab Antibody
A
v

CELL
eis

[Apoptosia|

PapguonmyHoTepanusita npu
neyeHueTo Ha HXIJI

nVIMdDDMHVITe KNeTKU ca YyBCTEUTENHW Ha

MbueHne Yucro aHruTsano
Zevalin® paspylwasa W HeCBbpaaHUTe
TYMOPHM KeTKW Ypes ‘cross-fire’ ecpekT
EdpexTrBeH npu ronemmTe unm cnato
BaCKYNapuanpaHn TyMopu
BeuUKM sacerHaTi opraHu ce TpeTUpEe
eAHOBPeMeHHO

OrpaHuyeHa MbyeBa eKENO3ULNSA Ha
3ApaBuTe ThbKaH

4

4

-

Zevalin®

“

“

YBenuuaBaHe Ha NnpexuBsieMocTTa B eparta
Ha MabThera npu B-HXJ

1.0
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Clinic Barcelona, 2009,

MpeoLeHKa Ha LenuTe:
YAbMKaBaHe Ha NPOABIMKUTENHOCTTA U
noAoBpaBaHe KaYeCTBOTO Ha peMUCUATa

Hacrosm MabThera .-l
TepanesTh xwvo [
YeH noaxoq -
H Mporpeci
o et E—
£ Nd____/° S
£ | avarscsa S } worecsmanea pewscrn
WHaykups
mabThera THNIER INRDRRNNRNNR
Xummo I.I
UnayxumonHo g /," \ ..-'} Mporpecia
. i A ) Bt
noAanbmKawoe £ . S ——— 2
neverne | grarnosa 1} momeme perscin

WHaykups  TMogabpxalya T-8

Hap 40 nekapcTBeHU NPOAYKTU C
TapreTHo( npuuenHo) aencreue !

Hematelogic malignancies
ituxan)

ab o
(Mylotarg)

15— Alemtuzumab (€ampath)

Solid tumors
Trastuzumabs
(Herceptin)
Cetuximab (Erbitux)
Panitumuma (Vectibiz)

[ SEE——

vece  (Awastin}

2008 RENEE CANNON
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

Mo NbTA Ha M3NEKYBAHETO...

+ MbnHa NpomsiHa B KOHLENUMATa 3a NoBlMsiBaHe
Ha nauneHTUTe ¢ MariMrHeHn Xxemonaruu

+ MoHacToAWEM € HaNbLITHO BL3MOXHO MOCTUraHeTo
Ha NbMHa PeMWUCUA, Hall-cTporo AeduHNpaHa Ha
reHeTMYHO U/ UNKu MONMEeKyMApHO HUBO

+Ha npeaeH nnaH usnnsa HeiiHOTO KOHCONWAUpPaHe
upes T.Hap KreTbyHa Tepanus, T.e. upes
aBTOMOXHA WK anoreHHa CTBONOBOKMETbYHA
TpaHcnmaHTaums

+ TpaHcnnaHTaUMoHHaTa nporpama eeye He e
Tepanua Ha oTYasHWeTo, a NPelBapUTenHo
nraHupaH, CbKOOPANHMPaH C TapreTHaTa Tepanus

TepaneBTUYEeH MeTOA.

Ph(+) CML -
XPOHUYHO KOHTPONMPYEMO

__ zabongeaHe!

KpuBu Ha npexuBsemMocT npu nayueHTu ¢ XMJ1u auader

— Mauvenrin ¢ XMI1, nexyeann ¢
MMbpEaTa TAPIETHE TEpaMMs

~ MpesunesemocT ¢ guaber (cmspr
TIOPAAY ChREHHO-Ch0BN NPAYMHM)

Mo NbTHA Ha N3NEKYBaHETO CbC
3aBUAHO KQYECTBO Ha XWUBOT...
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4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

Cecua 3

EKCnepTHU ueHTpoBe U pedPepeHTHU MPEXHU
no peakun 6onectu 8 bvarapua (ll)

Mogepatopu: MNMpogd. UBaiino TvpHes
Mpo¢. logmuna Maresa

» EKcCnepTeH LLeHTbP NO peaKU HeBPONOrMvHu 3abonasaHua. KamHuka no
HepBHU 6onectu npu YMBAN , AnekcaHgpoBcka” — 91-roguwiHa ucropua
— HacToAwWe u 6baeLm NepcneKkTUBU
U. TopHes

» EKcnepTHU LeHTpoBe No peaKku 3abonasaHua B obnactra Ha
racrtpoeHreponoruata. LLeHTbpbT N0 nopdpupum — 4acT ot eBponeiickara
Mpexa
Jl. Mameesa, A. UsaHoea

» TpaHcpoHTaHenHa exorpadua npu guarHosata Ha peaku 6onectu
n. UeaHos

> bonect Ha Caroli
P. Madxcoe

» ®U3nKanHo NeyeHue NpU TMPEOTOKCUKO3a C TUPpeouA-acouumpaHa
odpTanmonaTma U 3N0Ka4YeCcTBeH eK3optanm
T. Tpoes, X. MunaHoea, I'. ToOopoes

» ®uU3nKanHo u pexabunanutauMoHHO NeyeHre Npu cMeceHa
CbeAUHUTEeNHOTbKaHHA 6onect. Chyyai OT KAMHUYHATA NPaKTUKA
T. Tpoes, X. MunaHoea, M. leopauesa

» MbpBUYHO-XPOHUUHA POpPMA HA NONMMMUO3UT — NOBAUABAHE C GU3UKaNHU

dakTopu. KnuHuueH cayyait otT npakTUKata
T. Tpoes, X. MunaHosea, X. Makenoea, M. leopauesa
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

EKCI‘IepTEH U‘eHT'bp no pEAKM OCHOBATEJ1 HA KTMHUKATA NO HEPBHU
HEeBPONOrMyHu 3abonasaHua. PoECTH o
KnuHuKa no HepsHU 6onectu npu P —
YMBAN , AnexkcaHapoBcka” — ke
91-roaMLIHA UCTOPUA — HACTOALLE U Enmpomzzpﬂr;g -
6vaewm nepcnekTen o win Snenemers o
Wt 5o ssbecos it Mo,
Mpo¢. Usaiino TopHes COpRIHARTHOGKIZ0

MbPBATA CTPALA HA KTMHUKATA NO IMbPBATA HEBPOJIOTMMHA AMBY/IATOPUS
HEBPOAOINMA

PBKOBOAUTE/IU HA KITMHUKATA NO HEPBHU HEBPO-MCUXUATPUMEH BJIOK, MOCTPOEH
BOAECTU (1922 — 2013) 1936-1940r.

e [pod. Anekcelt AnuwesckM, 1922-1936 e .
¢ Jou. Hurkona boes, 1936-1940

e flou. AHren MNenues, 1940-1944

* Akaa leopu YayHos, 1944-1956

¢ [po¢. Cawo bomHoe, 1956-1980

* [pod. Bopucnas Mopaanos, 1980-1986
¢ [lpod.Hukona YayHos, 1986-1990

e [pod. Muxaun Kiouykor, 1990-2000

¢ [pog. MNenko WoTeros, 2000-2010 '
¢ [lpod. Msaino TepHes, 2010-noHacToALEM . . X

o
NABOPATOPUS MO JIMKBOPO/IOTUSA NIABOPATOPWS MO HEBPOMNCUXONIOTUS
NaBopaTopusTa No INKBOPONIOTMA € Ch3aAEHa C MOMOLLTA Ha | NaBopaTopnata MO HEBPONCHXOAOMMA KbM KauHukaTa no |
npod. Y2yHoB 1 npod. MeoprveB manko npegu Kategpata no HepBHM 6onecTn Ha AnekcaHgpoBcka 6osHMLA e cb3dafeHa
HepBHM M AyWeBHW 6HBonecTh Ja ce pasgend Ha pApe npez 1969 r. kato epuHHa nabopatopua Ha MeguuMHCKa
CaMOCTOATENHW KaTeApw, kaTo nbpsaTta paborewa B HeA e Akanemna n MHCTUTYTa 3a M3cneBaHe Ha Mmo3bka kbm BAH.
KIMHUYHaTa nabopaHTka AronoBa, 3aBbplIMna BbE PpaHLus. HeliH pbroBOAMTEN CTaBa HayYHWAT CHTRYAHWK | cT. Sllogmun
Cnep Hea paboTu knuHuuHata nabopaHtka AspepaH, u Magnos. Mpod. Masnos cneupanusmpa 8 Mockea Npu eauH oT
nabopantkata Mapua Pawkosa. Mpod. EneHa LipetaHosa Hali-BULHUTE HEBPOMCHMXONO3M 3a BCUUKM BpEeMEHa, akag,
3anouBa paboTta B flaboparopuaTa Ha 01.01.1961 r. u pazeuBa Jypua u 8 Cannetpuepata 8 Napnk npu npod. EkaH.
QrROMHIACHHOCTE HEA. Toll u3cneaBa mopanHocneuudUuHata W HagmoganHaTa
Mpog. Enena LipetaHosa Npoydsa CEpyMHUTE 1 MYyCKy/HWTE nepuentvieHa npeabotka. OcobeHo OpPUIMHANHM ca HEroBuTe
EH3NMW 1 W30EH3UMM MPU HEBPOMYCKYHW 3abonsBanus, W3cneaBaHnA BbpPxy PUTMOBMA THO3UC WM PUTMOBaTa arHosus,
BHEApABA CbBPEMEHHN METOAM Ha M3Che/iBaHe Ha JINKBOpa, LMTHPaHW MHOTOKPATHO B Hay4HaTa AuTepaTypa.
u3gasa ,Jinkeopoaorna“.

AAREREAFGREIN ANEEEARAFORCEA
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4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

HEBPO®WU3NO/10TUA

NMbpeata EEr nabopatopusa y Hac e ocHosaHa or npod.
Aues npez 1960.

EMT na6opatopna — npod. Kuaumos, npod. H. YayHos
HeBpodusnonorua —2 otaena:
eEKcnepumeHTaneH OTAEN — U3CNeABAHUA HA KUBOTHU W

Xopa

A.  Yaspapos, A. Aumos, X. XapasnaHos, X.Konues, A.
Lmapos

eKAMHWYHEH oOTAen —  M3cAefBaHe  Ha  NauueHTu
,BRAIOYUTEAHO KopTuKorpadum CbBMECTHO c
HespoxopypruvHa kaMHuka- Akaa.l. ¥ayHos, C. ABpamos, .
Yagpapos

e

HEBPO®U3NOJI0TUA

CeKunA No KAWHM4HA Hespodusnonorna e cb3ganeHa |
npez 1971 r.u e pbrosoaeHa oT npod O.Yasaapos.

Brtousa KabuHeTH no :

¢EET ( pou. A. Anercues, a-p Cnasues)

*EMI ( npog. Kuaumoe, a-p Tpaiikosa) 1

¢« flaGopaTopuAa 3a M3chedBaHe Ha CbHA ( Aol A. Anekcues)

¢ MpeansBMKaHKM NOTeHUManu — paskput npe3 1984 r 8
OTIOBOP Ha HABAM3AHETO Ha METOAMKATA B AMArHOCTUKaTa
Ha MC (a-p PaguoHoBa, a-p A. Wmapos). Npes 1989 ce
BbBENKAA M3ceagate Ha MEN ( a-p PaguoHosa)

L.t

W3TbKHATW YYEHW C NPUHOCK KbM BbJITAPCKATA
HEBPONOTUA

Npod. Wean leoprmes  npoyysa ,qereHepaTMBHwT?“‘
3abonaBaHMA Ha HepBHaTa cuctema - JIAC u
XenaTo/IeHTUKYlapHaTa JereHepaums.

Mpod. HAHKOB 3aWwMTaBa AWCEPTALUMOHEH TPyL Bbpxy
MWOTOHWYHaTa JucTpodus.

NMpod. Bopucnas Mopganos noctaes  Havyanoto  Ha
pPagMonu30TOMHKUTE W eNeKTPOQOPETUYHUTE  JIMKBOPHW
U3CNeABaHUA Yy Hac; u3cAefBa KpbBHOMO3bYHaTa Gapuepa
npu Ty6epKyNo3eH MEHWHIUT U Apyru 3abonsBaHuA, M3faBa
moHorpadpuute ,Mosbuna HapuepHa cuctema“, ,MosbueH
otok” n ,MHoKecTBEeHa ckneposa”

Mpod. Hukona VY3yHOB npoyyBa MUIrPeEHaTa WU pPasinyHU
bopmu Ha masobonue. #

U3TbKHATWU YMEHM C NTPMHOCU KbM Bb/ITAPCKATA
HEBPOJIOTUA

Npod. Xapananos 1 npod. LLloTekos nscneasar naTonornATa |
Ha MarucTpasHUTe MOZBYHU CbIOBeE

Npod. XapanaHoB CTaBa W WHALMATOP Ha Cb3AaBaHETO Ha
OTOHEBPONOTMMHKSA KabuHeT B KanHnkata npe3 1977 r., KaTo B
Hero 3anouea pabota g-p HeseHa Monosa. Ts pazpaboTtea
AWCepTaLMoHeH TpyA Ha Tema: ,M3cnepBaHe Ha cnyxoBaTa
C1cTema B YCNOBMATa Ha MO3bYHa I'IaTO.HOI'l/Iﬂ", KaTo nicnenea
rNaBHO MaLUMEHTM C MHOMECTBEHa CKAEpo3a M TYMOpM.
BHeapaga 5 meToam, 3 0T KOUTO 3a MbPBK NBT B bbarapua.
Aou. Hukoesckm 3awpTaBa AncepTalpMoHeH TPy BbpXy
XepeauTapHuTe aTakchk W pabotm no  npobaemute Ha
nepudepHoHepBHUTE 3ab0n1ABaHUA.

'y

W3TbKHATW YYEHU C NPUHOCK KbM EBJITAPCKATA
HEBPONOTNA

.
fou. TpuropoBa  npoBeXaa  MNPOYYRAHUA  BbPXY
HeBPEOUMYHHUTe 226019BaHUA.

Aou. MbayaHoBa Pa2BMBA HAMpPaBAEHWETO MO MaHyanHa
Tepanua 1 HeepopexabuaUTaLLUA.

Mpod. LWoTeKoB BbBeMAA AoNnepoBaTa coHorpadus y Hac
U Mpoyysa MPOMEHUTE Ha €KCTPa W UHTPaKpaHWanHuTe
MO3BYHK CbAOBE

MpobnemuTe Ha enuaencuaTa ce paspaboTsaT B PasAUUHU
acneKkTu, enekTpoduU3NONOTMYHU U eKCNEPUMEHTAIHK, ce
pazpaboteaTt oT npod. Meopru Y3yHoB, npod. Emun Aues,
npod. Aumutbp YaBaapos 1 4oL, ANeKCHEB.

U3TbKHATU YYEHM C NPUHOCU KbM BB/ITAPCKATA
HEBPO0TUA

Aou. AneKkcnes BbBeXAd U3CNEABAHETO HA ChHA.

B KauHukaTta no Hepehu Gonectr 14 roguHM pabotu
npo¢. MapuH J[ackanos, Kato npe3 1980 z3awwuTtasa
AMUcepTaLMOHHUA ci Tpea Ha Tema ,MozbyHa GapuepHa
CUCTEMA NPU UCKEMUAYEH MOIBUYEH UHCYAT”.

CTPYKTYPA HA KNUHUKATA MO HEPBHWU BOJIECTH

~x

OTgeneHue “A” — 32 AMarHOCTMKa W fledyeHue  Ha
AereHepaTUBHA W WMYHOBB3NAAWUTENHW 3a60NABaHKUA HA
LeHTpanHaTa HepeHa cucTema ¢ HanpasieHue 2a nedyeHue
Ha HeBpOUHEKLUH.

Tosa oTAefeHUe e CneuLManu2ipaHo 33 AUMArHOCTUKA W
fnedenre Ha aemeHuuu, MapKkUHCOHOBA BONECT M aTUNUYHK
MapPKUHCOHOBU CUHAPOMU. CbCTOU e OT ceaem GONHUYHU
cTaum U mma 25 nerna. OtaeneHveTo ce pbKOBOAM OT AOLL.
Osra lpuropogsa 1 8 Hero paboTaT 9 fekapu.

ity

CTPYKTYPA HA K/IMHUKATA NO HEPBHU BOJIECTU

<x

Otpenenne “B” — 3a AMarHoOCTHKa W JiedeHue  Ha
HEBPOAETEHEPATUBHUA U UMYHOBBINAMTENHN 3aB01ABAHKA
Ha nepudepHaTa HEPBHA  CUCTEMA W enuencuara, ¢
Hanpas/enue no A4eTcka HeBposoria.

ToBa oTAeneHWe e Cneuuann3upaHo 3a AMarHoCcTMKa W
NeveHune Ha pasuiHu neprdepHOHEPBHM, HEBPOMYCKYHA
3abonasaHuA 1 enwiencua. B Hanpasnenuero no getcka
HEBPO/OTHA Ce MnpuemaT geula Ha Bb3pact or 3 go 18
roAMLIHA Bb2pacT. ChCTOM €e 0T 0cem GONHUYHM CTau U uma
25 nerna. OtgeneHneTo ce pbKosBoauM oT Aou. BenwHa
Feprenyesa 1 B Hero paBoTAaT 9 Aekapu.
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CTPYKTYPA HA KNTUHUKATA MO HEPBHWU BOJIECTH

<

OT1aeneHue “B” — 3a AWarHOCTMKa W JIeYeHWe Ha ocTpu
MOZBYHA  MHCYATU U BeCTUBYNapHWM  HapylleHus ¢
HanpasseHue HeBpopexabunurauuma.

Tosa oOTAefeHWe € CreuWanmzkpaHo 33 AMarHoCTUKa W
fledeHde  Ha  PaIUYHKM CbAOBM U BecTUBynapHu
3abosABaHMA. CbCTOM Ce OT YeTUpH GONHWUYHK CTau W UMma
10 nerna. OTpeneHneTo ce pbroBoaW OT aAoul. KoauA
MNetpoga 1 B Hero paboTaT 5 ekapu.

CNEUNMANNSUPAHU KABUHETH

=
Kbm KAMHWKaTa $yHKLMOHUPAT U CliegHuTe

cneunanusmnpan AMarHoCTU4HU Kabunetu n na60paTopMM:

*KaBuHeT no enextpoeHuedanorpapua

*KaBuHET Mo NOAMCOMHOTpadMa

+KaBuHeT No enexTpomuorpadua

+KabuHeT Mo NpeaussrKaHu NoTe HuManm

+KabuHET Mo yATPa38YKOBa AMATHOCTMKA Ha HEPBHATA CHUCTEeMa C
Aonneposa coHorpahua 1 BereToAOrMA

*KabuHeT no HeepoodTanmonorusa

+KaBuHeT no HeepooTonorva

CNEUNANUSHUPAHU KABUHETH

Kbm KAMHUKATA HYHKLUMOHUPAT 1 cneaHuTe
cneuranmarpat AMarHOCTUHHW KabuHETH U naGopaToplAw:
*KaBUHET Ne HEBPOOTONOTUA
eKabuHet no HEBPONCUXOAOTHA M AEMEHTCACTUA
*KaGUHET 3a NeveHKe Ha NapKUHCOHKW3Ma
eKabuHer 3a ANarHoCTUKa U 1e4eHNE Ha MHOXECTBEHATa CKAepo3a
*MlabopaTopua No KAMHWYHA TUKBOPONGTUA U HEBPOGHOXMMANA
*KaBuHeT no puancTepanus
*KaGuHeT ne maHyaHa Tepanua
*KaGUHeT 33 MHPY3UOHHO NedeHne Ha pedkuTe Gonectu

<

OBHOBABAHE U AKPEAMUTALIMA

=

MNpe3 nepuoga 2007-2008 r. c pUHaHcUpaHe oT CBeTOBHaTa
6aHka W MUHUCTEPCTBO Ha 34paBeonasBaHeTo e
OCblUECTBEHA  PEKOHCTPYKUMATa Ha  crpajata Ha
KnauHukata no HepBHW Gonectn, KOATO A NpeBbpHa B
MOJepHa eBponeidcka KAUHWUKA, OTroBapAlla HA BCUYKK
cTaHJapTn.

Mpe3z 2012 r. KauHukata e akpeamutupaHa 3a Il Huso
KOMMETEHTHOCT € OTAMYHA OLLeHKa 33 NeTroAuLLeH Nepuoa.

il

JEWHOCTU, OCBLLECTBABAHW B KIMHUKATA

L

* [IMarHOCTU{HO-NeHebHa. AKTUBHO JIEYeHWe Ha MNaLMeHTn c
OCTPU U 06OCTPEHU XPOHWUUHM HEBPOJIOTUYHU 3a601ABaHKA

* [IMarHOCTMKa WM KOHCYATaL MK, NOWCKaHW OT JIeKapu oT Apyri
KAMHWKKM Ha YMBAJT “AnexcangpoBcka” m apyru nedebuu
3aBeJeHMA, BRI M QMAarHOCTMMHO W TepaneBTUHHO NpobiemHn
cayHau;

* AmbBynaTopHo npociefasaHe Ha 6onHW, Kowto ca Bunmn
OWCMAHCEPM3NPpaHM M MpOAbLMKABaT O3 ce BOAAT Ha
AWCMAHCEPEH YUET, KakTO M Ha HOBM C/ly4al, Haco4eHW oT
APYTH nevebHK 3aBefeHna WM ofbpHanW ce No cobcTeHo
HeslaHne Kbm W3BbHEOMHWYHaTa caykba;

s

JNEAHOCTM, OCHLLECTBABAHM B K/IMHUKATA

+ CnewHn XocnuTanmsalnu Ha 60/HA ¢ OCTPU HEBPONOTUHHM
3a60/1ABAHNA, M3UCKBALLM CNELLHA MEAMLLMHCKA NOMOLL;

+ [podunakTniHa peliHocT

+ PexabnanTaumoHHa geHoCT

* KOHCY/TaTMBHA feiHOCT;

* YuyeGHo-npenoaasaTescKa;

* HaydyHo-U3CnenoBaTesIcka AeiHOCT.

YOBELUKU PECYPCH

B KauHwvKkaTa no HepsHW 6oaecTi paboTaT obLuo 72 AyLuu:
« Ot tax 28 ca nerapw, oT Kouto 3 npodecopn U 4 AOUEHTH
no HeBpoaorua; 13 acncteHTM M 8 opavHaTopu

,ElBama KAUHUYHKU NCUXONO3N, OT KOUTO eaUHNAT € QOUEeHT
Mo KANHWYHa NCMXoNorna

eAHa cTaplia MeAMUMHCKa cectpa U 23 MeAULMHCKK
cecTpu,

4 nabopaHTy,
4 pexabunuratopu,

9 caHuTapKn
2 TeXHUUECKU CERPETapK
B KnMHKWKaTa pabotat 1 11 cneumanmsmpalim nekapu.

R

YOBELLUKHU PECYPCHU

24 oT 28-umaTa JeKapu MMaT MpuaHaTa cneuuanHocT no |
HepBHU GoM1eCTH, KAUHWUYHUTE MCMX0/I03WM WMaT Npu3HaTa
CreLmanHocT No KIMHWUYHA NCHXonorus, GunoTepanesTsT —
no ¢uanotepanua. Eaun ot npodecopute 8 KAuHuUKaTta uma
ABe CNeunanHOCTU — MO HePBHU U OYHKU BonecTu, eanH ot
AOLEHTUTE CbLLO WMMa ABE CMELMasHOCTU — MO HEPBHK
601€CTU U AeTCKA HEBPOIOTUA, U €4KMH OT OpAWHaTOpUTE € ¢
ABE CMELMANHOCTA — MO HEepBHW BONeCTU U KAMHUYHA
nabopatopus.

B KAWHUKATA TPU XaBUAUTUPAHUW IULLA €A € HAYYHATa cTenen
“HOKTOP Ha MeauuMHCKUTe Hayku” W 13 nekapu ¢a ¢
HayuHaTa 1M obpazosaTesHa creneH “Joktop”.
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YOBELUKWU PECYPCH

TprMa nekapu ¢a AULEHIUPaHM 33 NPOBEMAAHE Ha
enektpoeHuedanorpadcku  u3cnepganua, 4 —  3a
enekTpomuorpadcku uzcnensaHums, 3 - 2a
AonnepcoHorpadcku UcneasaHua; 3 — 3a MacnensaHe Ha
NPeAM3BAKaHU MOTEeHLMAAM, 5 — 3@ HEeBPOMCHXOACTUYHU
uacnensanun; 1 — 3a HeBPOOGTaNMONOTMUHIA U3CAEABAHMA,
1 — 33 OTOHEBPOAOTUYHYU U3CAeABaHUA U 1 — 23 u3cneaBaHe
Ha aBTOHOMHaTa HepBHa cucTema.

JMATHOCTUYHO-JIEYEBHA JENHOCT

B Kn1HKWKaTa No HepeHU 6onectu npu YMBAS
HANeKcaHaposcKka” paboTum No AsageceT pasanyuHu
MbTEKU.

©2009 — 2440 6onHu

#2010 - 2930
©2011 - 3020
©2012 - 3200

U3NMONBBAEMOCT HA JIETNIATA

UsnossaemocTTa Ha Aernara i MHOro BUCOKa, Mo TO3M b

nokasaten KnnHukarta no HepsHu 6onecti HagBUWaBa
EBponeiickuTte cTaHAapTh.

#2009 -96.88 %
#2010-95.87%
*2011-97.58%
#2012 -100%
*2013-100%

CpeaHUAT NpecToil 8 KauHMKaTa No HepBHM 6onecTu e 6.64
O6opoTbT Ha sieraara e 54.10

YuebHO-npenoaasatencka nelnHocr
Ha KnuHuKaTta no HepBHU Gonectn

KauHnkata no HepeHM 6Gonectn kbm  MBAN
»ANEKCAHAPOBCKA" U OTAENEHUATA Pa3KPUTU KbM
HeA, pa3nonara ¢ BCUMMKU YCUIOBWMA 3a NpoBexpgaHe
Ha obyuuTenHa aeiiHOCT NO HEeBPOJIOTUA.

YYEBHO-NPEMNOAABATE/ICKA JEWHOCT HA
K/IMHUKATA O HEPBHU BOJIECTU

- KAuHMKaTa no HepHW Honectv npu YMBAJ "AnekcaH,qposcxa"

OTroBapA Ha AbPHKABHWATE M3UCKBAHMA 34 npw,qoﬁmaaﬂe Ha BMUCWe
oﬁpasoaaHme no MeaHUNHCKA CNe LWaTHOCTK, KaKTO WU HA U3UCKBAHKWATA
33 CAeAAMNAOMHO obBydenre no 3N13;

- KnMHWkaTa e 6asza 33 OBYYEHWME Ha CTYAEHTU OT MeavMHCKKS
YHWBEPCHTET, KOETO € YAOCTOBEPEHO Upes:

eHanuuMe Ha [OroBOpeHOCT 3a  ofydeHMe HAa  CIYJGHTH MO MeAMLMHA,
CMIQUMan3aHTH W ACKTORAHTH, CTYACHTH €RIOTERareeTH N0 HEBpe/IoruA

Hanuure Ha JOT CBOPEHOCT 3 0ByUYeHNE Ha CTYAEHTH NI ASHTANHA MeULIMHAE;
sHanuuMe Ha AOTOBOPEHOCT 3a OBydeHMe Ha CHeLManucTH HeBponoaM no
BUCOKOCNELMaNU3WpaHu AetiHacTu — EET, EMT, gonnepoea coHorpadua

eHanuuMe Ha IOTOBCPEHOCT 2a 0ByUYeHUE HA CTYIRHTU OT MEJMLIMHCKUTE KOMeMU U
CMIEUMAM3aHTH OT MEMUMHCKATE KONEHM;

ellnaHupaHe Ha BPoA Ha ewero/HnA GPoH CTYABHTM M/MAW CMeLMaU3aHTH, HOWTO
MOsKe Aa npueme 3a KIMHUYHO oByueHue;

YYEBHO-MPEMOAABATE/ICKA EWHOCT HA
K/TMHUKATA 1O HEPBHW BOJIECTU

KnuHukata pasnonara ¢ y4ebHu

nporpamv  3a
NPOBEKAAHE HA MPAKTUYECKO 0byyeHUe Ha CTYAeHTW U
creunanusaHTv; nporpama 3a CcIygeHTn -  meavum
YeTBLPTM KYpPC MO CreupanHocTTa HepsHW Bonectu;
nporpama 3a CTyAeHTU — AeHTaNHa MedULUMHA, YETBLPTU
KypC, eproTepanesTy, ekapy Cnelunanm3aHT Nno HepBHK

601eCTU U OBLWONPAKTUKYBALLM NeKapu.

YUYEBHO-NPENOAABATE/ICKA JEWHOCT HA
K/IMHWKATA 1O HEPBHU BOJIECTH

~x

KnuHWKaTa no HepsHW Bonectn ocbLecTBABa cnemHuTe
NpPoOrpamu 3a CrneuranmsaHTu:

*Mporpama 3a nekapu, cneLmann3npally cnelnanHocT «HepBHK
Bonectnn;

eMporpama 3a OOLLONPaKTUKYBAWWM JeKapn Mo CheunasHocT
«HepBHW BonecTnn,

sKpaTKoTpalHW TemaTniHW Kypcose no CAO B pamKkuTe Ha
“npofabArkaBawoTo obydeHne”,

YYEBHO-MPEMOAABATE/ICKA EWHOCT HA
K/TMHUKATA 1O HEPBHW BOJIECTU

<x

ExXerofHo ce MpoBexaT W OCHOBHW KypcoBe no obwia 1
creupanHa HEBPOMOTMA 3a Cheuuanusupalli Jekapu,
KaTo npenogasatenn ot KnuHukata wusHacat 70 vaca
NeKuuK 1 nposexaar 20 cemmHapu B pamkuTe Ha JBaTa
Kypca.

B  KavHwkata no HepsHu bBonect Ha  YMBAN
“AnekcaHapoBcKa” ce npoBexaar u pasHoobpasHu CA0
KYRCOBE N0 PasvyHM TEMM,
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

YYEBHO-TIPENOAABATE/ICKA JEWHOCT HA

K/IMHUKATA MO HEPBHU BOJIECTU

Mpez neproga 2009 - 2012 npe3 KianHuKaTa ca npeMMHanW"‘E
15 cneunanuszaHT no Hesposaorua — 11 aokTopaHTh u 5
KAMHWYHA opavHaTopu. lNpes cbluma nepuos B KauHukata
ca oby4asaHu 14 AOKTOPaHTH.

Mpe3 nepuoaa 2009 - 2012 r. 259 cneunanucTi nNo HepBHKU
Gonectu (92 — npez 2009 r., 90 — npez 2010 u 77 - npe3
2011) ca npoeend UHAUBUAYanHO  obyuyeHWe no
BUcOKOCMeUuasmsampatn  gelnoctu — EEl,  ponneposa
coHorpadusa, EMI, npeanzBUKaHK NOTEHUMANN.

Mpe3 cblmA Nepros e nposeaeHo obyyeHue MO HepeHU
Gonect Ha LWecTHageceT rpynd OT OOBLIONPaKTUKYBALLW
nekapu.

PECYPCHO OCUTYPABAHE HA YYEBEHWUA NPOLEC

A. MpenogasBaTenckn cbCTas

KanHukata no HepsHW GonecTu pasnonara ¢ HeobxoanmmuTe
cneuuanucTi 3a NpoBexaaHe Ha 06yyeHUeTo Ha 3asBeHUs
6poil  cTyaeHTU W cneuuanuzaHTU. [penoaasaTenckusT
CbCTaB KbM HacTOALIMA MOMEHT Ce CbCToM OT ocem
XabUAUMTUPaHK NuLa- Tpuma Npodecopu 1 neTrma AOLEHTU,
1 13 acucrenTu; OT 21 npenopasarenn B KAMHKUKATA, TpUma
ca ¢ HaydHaTa creneH “[JOKTOp Ha MeAULIMHCKKUTE Hayku”, a
13 — c Hay4HaTa W obpazosaTenHara creneH “fokrop”.

PECYPCHO OCHIYPABAHE HA YYEBHWA NPOLIEC

<

B. CbcrosHMe Ha maTtepuanHata 6asa, cBbp3aHa ¢
yuebHuA npouec

KAWHWKaTa no HepBHU BoaecTU pasnonara ¢ ayauTopus,
[Be CemMMHapHW 3aaM € ayauMo Bu3yanHa anapatypa W
YCNOBUS 3@ MpaKTMYecko obydeHue Ha CTydeHTuTe U
creumanmsaHTuTe,

HAYYHO-U3CNEAOBATENCKA AEWHOCT

B KAMHWKaTa Mo HEepBHK BonecTu Ha YMBAJ “AneKcaHapoBcKa” |
Ce pa3BMBAT Pas/IMUHM HayYHW HaNpaBAEHNA:
KAMHWUHA HEBPONCUXONOTUA U AEMEHTON0TNA
*KAMHM1IHA HeBpOreHeTKa
*HeBpoodTasmMoNora 1 He BpoodTaIMore HeTUKa
sEnunentonorma

Kato uano KarHmkata no HepBHW Sonect Ha YMBAS
“AneKcaHApPOBCKA” MMa BUCOKA HAyYHA AKTMBHOCT, KOATO MOKe
Aa ce CPaBHM c TakaBa Ha LAn Hay4eH MHCTUTYT. Mpes nociegHuTe
10 roAMHKM eRUMBT Ha KanHKWKaTa uma Hag 500 nybaunkauum, 160
OT KOUTO BLB BMCOKOMMI‘IBKTd)aKTOpM MeXOYHAPOAHU CNNCaHNA.
B KnuHukaTa ca peanusmpaHi Haga 90 U3cnefoBaTenCKU NPOSKTY,
30 OT KOUTO MeXKAYHAPOOHN.

o

KNMHWUYHA HEBPONCUXONOTMA U
AEMEHTONOIMA

Cnef, neHcMoHWpaheTo Ha npod. Masnos, KAMHKUIHaTE |
HeBpPONCHUX0orMa Npoab-Kaea Aa Ce pa3BMBa YCMELWHO OT eKun
nop, PLROBOACTBOTO Ha Npod. 4-p /lbdesap Tpaikos

Mpod. TpaiikoB e B cbCTaBa Ha KJMHWKaTa Mo HepBHU 6o/1ecTU Ha
AnercaHpposcka 6oaHMua oT 2001 1. U pasrpblua pasHoCTpaHHa
ASMHOCT 33 pa3BUTUE Ha HOBOTO 3a BbArapua HanpaeneHue
AemeHTonorua”,

B ronoMH1Te ce Gopmupa eKWM, B KOWTO Ce BKJIOUBAT HETOBMTE
CLTPYAHNLM U AOKTOPaHTU — fol. PaiiueBa, Joll. Benmsapoea, A-
p Mexpabuan, o-p Metposa, A-p Xenes, A-p lNaenoea, A-p
CrenvHa, A-p Kouep. Mpes nocnefHaTa rogMHa Kbm ekuna ce
BRAKHM M Ollle eAWH ONUTEH HEBPONCUXOANOr CkC Cneunanmsauma
no adasnonorma — K. CToAHOBA, LOKTOP MO HEBPOMCUXONOTUA.

e

KMTUHUYHA HEBPOMCUXONOTUA U
AEMEHTONOIUA

EkmnuT UeHTpPUpa HKJAWMHWYHATA, Hay4YHO-U3CNehoBaTesICKaTa 17[*‘
npenopaeaTtesckata cu ,quIHOCI’ B obnactta Ha paHHaTa
AWMarHoCTMKa M TepanuA Ha KOTHUTMBHWTE  HapylleHua W
JeMeHTHWATE CbCTOAHMA MpPU HeBposormdHu sabonaeanna. C
aKTWBHaTa Hameca Ha npod. TpalKoB W HEroBMA eKWn npes
nocnepHnTe 12 roaWHU Tasu npobnemaTvka e B LEeHTbpa Ha
WHTEPEeca U Ha 6ArapckoTo HEBPONOTMYHO OBLLECTBO.

KabuHeT no Heeponcrxonorma n pemeHtosnorma Kom KamHmnkata
no HepBHM GoslecTy Ha «AnekcanapoBeka GoHNLa» ce NMpeBbpHa
BbB BOAELWMA LEHTbP MO KOTHWTMBHW HapylleHWA B CTpaHaTa,
KOMTO KOHCYITMpa MaumMeHT M B KoiTo ce obydaBaT seKkapu
(HEBPONO3KM, CMELManU3aHTM W AOKTOPaHTW) W KAMHUYHK
NCKUXON03M OT UanaTta ctpaHa. OT 2008 1. e enMHCTBeHaTa 6a3a 3a
paseuThe U obyueHMe No BCA «KAMHUUHA HEBPONCUXONOMHA

KAMHWUYHA HEBPONCUXOOTHUA U
AEMEHTONOIHA

OT mecel, okTomBpK 2007 T. eKUMBLT Ha Npod. TpalKos e YieH Ha |
European Alzheimer’s Disease Consortium (EADC) 1 e npusHaT 3a
epuH oT eeponelickmte Exellence ueHTpoee.

LleHTbpbT e ofopyABaH € BCMMKM YTBBPAEHW ChbBPEMEHHM
HEBPOMNCUXOJIOTMUHA METOAM 338 AWArHOCTUKA Ha HapylueHuaTa
BbB BCUYKU KOTHUTMBHU cdepi. Tyk ca pa3paBoTeHU HOBU U ca
afanTupaHn 3a E‘b.nrapm MHOro MeToaM4HN HaGopm W CKann 3a
HEBPOMCUXONOTMHHAa  AMarHocTvka. ToBa e  MeToAMHYHO-
KOHCY/ITaTUBEH, AMarHOCTUMEH M TepaneBTUHeH LieHTbp 3a paboTa
€ MALMEHTU C KOTHUTMBHU HapYLLEHWUS U AEMEHLA.

Mpes nocnefHWTe TOOMHWM EKWNBT  KOHCYATMpa  2500-3000
naluMeHTa TOOMLIHO C HEBPONOTUMHM W ApyrM 3abonisBaHus,
3acaral LHC, KOWTO MpoTMHaT € KOTHUTMBHU HapylleHua M

AeMeEHLNA. A 4:’

KMUHUYHA HEBPOMNCUXONOINUA U
AEMEHTONOIMUA

Mpes 2003 r. ¢ BOAGWOTO y4acTMe Ha eKuna e |«1:-1pa60'reFt‘“I
HalMoHaNeH KOHCEHCYC 38 PaHHa AWMarHOCTUKa W JedeHue Ha
6onectta Ha Anuxaiimep (BA) M cbpoBaTa aemeHumua. MocneaHata
PeBU3NA HA KOHCeHcyca oT 2007 r. BRAKUBA U Apyru cybTUnoBe
AeMEHLIMM.

Mo, pLROBOACTBOTO Ha Npod. TPaiKkoB e oCbIECTBEHO MLPBOTO
enMaemMM1osIorMHHO NpoyvYBaHe B obnactta Ha AemMeHuuuTe M
Gonectta Ha Anuxaimep B Bbarapua. OTKPUTM ca MbpBuTe
MOHOTEHHW pefKn dopmu Ha 3a60/ABAHETO € YCTAaHOBEHM
MyTaLK1, KOUTO MPeacTaBABaT HOBM GOPMU Ha 3a6oNABaHETO B
cBeToBEeH Mallab. 3a MbpBM MLT Ca HanNpaBeHU MOJERYNAPHO-
TEHEeTMHHM W3CAEABAHNA B CHTPYAHMHECTBO C APYTH eBPOnencki
LeTpoBe NpW HeBpojereHepaTMBHI 3abosABaHMA NPOTUHALLK C©

AemMeHLuA.
Sl
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KAUMHWUYHA HEBPONCUXO1IOTUA U
AEMEHTOIOTHA

a
EKMMLT paspaboTsa NporpamM 3a paHHa OMarHoCTUKA Ha |
KOTHMTMBHW  HapylWeHWa W AemMeHUMA TNpK  pPasindHK
HEeBPONOrMiHM 3abonABaHmA, PaspaboTeHa e MeToAMKa 3a paHHa
AVarHo3a W M3CnefBaHe Ha NaLUMeHTM ¢ eKkcTpanupamuieH
CUHAPOM M KOTHMTMBHU HapYLIEHUA, B TOBa YMC/O U MALMEHTH C
6onectTa Ha MapKUHCOH.
OnpefeneHn ca HEBPOMCUXOMOTUMHM METOOM W MPeANKTOPH,
nognomaraliy oTaMGepeHUMPaHETe Ha PUCKOBUTE MaUMeHTH ¢
MapKknHcoHoBa 6oecT 3a pasBHUTHE Ha KOTHUTHMBEH CNaj,
Paspa6oTeH e HeBPOMCUXONOTMUEH KOMMEKE MpWU MaLUeHTU ¢
enuencua 3a OLEHKA Bb3AeNCTBMETO Ha BMJA W 4ecToTata Ha
npunagbuuTe, NPOSBLAKUTENHOCTTE Ha 3abonapaHeTo,
JIoKaNM3aLMATa Ha enuaenToreHHMA $OKYC M Ha Hakom AEM
BBPXY KOTHMLMATA,

KMUHUYHA HEBPOMNCUXONOINUA U
AEMEHTONOIUA

EKMNBT € PaspaBoTa U OCLULECTBABA MPOTPaMN 3a KOTHITHBHE |
cTmynauma M pexabWaMTauuMa NpW NaLMeHTM C OeMeHuna,
adasva M ApYrM  KOTHATMBHM HapyllenuAa. B UeHTbpa no
JeMEHTO/OMA U HEBPOMCUXOIOTUA Ce OCBHLLECTBABAT €XeAHEBHM
NICHMXO-COLMANHU KOHCYTALMK 38 ceMeiCTBaTa Ha MalMeHTUTe ¢
KOTHUTUBHUW AeduLmTe.

KAuMHMYHATa 1 HaydHOM3CeaoBaTeNckaTa AeMHOCT Ha eruna ce
OChLIECTBABE M C MomollTa Ha Hah 30 cneveneHM NpoeKTH,
dunHaHcpann oT MY-Codma, MOMH v Esponeiickn donaose
AoBenn no 248 nybnukaumn, 60 OT KOWTO B MEXAYHapOAHW
cnncanua ¢ umnakt dakrop. Mpod. TpaiKoB M uneHoBeTe Ha
HErOBUA EKWMN ca aBTopU W CLABTOPU B MHOTOBPOMAHN EbArapcki
W UYKAM MOHOTPAb UM U yUeBHULN.

KnuHu4yHa HeBporeHeTuKa

Py

EKMN NO KNMHUYHA HEBPOTEHETUKA

KAMHUYHA HEBPOTEHETUKA

——
WMHTEepaMcUMNIMHApeH ekun oT ulcnegoBateny (0CHOBHO

ot Otgenenne “B” Ha KnuHukara”), ppkosogeH ot npod.
a-p  Vealno TobpHes Bede 20 rogMHu pasBuBa
HanpaBAeHWETO KAUHUYHA HEBPOTEHETUKA.

EKMNBT no HeBporeHeTuka BKAOYBa Jou. Beauxa
Feprenuesa, npod. Cunsus YepHuHKosa, gou. MenaHus
PagpoHoBa, g-p Craiiko Capados, a-p AnberHa AHapeesa,
M pefoBHUTE AOKTOpaHTW 4-p Buonera MuxatinoBsa, a-p
Cawka HKennskosa, a-p MNnameH AHTMMOB, a-p Teodopa
Yamosa, a-p AHa Lonosa, a-p Becena bopucnagoga u a-
p Nets MaHoBa

KMTMHNYHA HEBPOTEHETHUKA

—x

EKMMBT MMa BWMCOK W3C/AELOBATeNCKM MNOTEeHUMan MW
YTEbPAEH MeXAyHapoleH aBToOpWUTeT. YcnewHo ca
peanusmpanu Hag 50 uscnegoBatenckw npoektu, 15 ot
KOWUTO  MeXAyHapogHW. OnucaHu ca  Jecet  HOBU
HO30/10TMYHN eAUHWUM. YNeHoBe Ha ekuna ca noay4naun
cegem Harpagum Ha MegWUMHCKUS  YHWBEPCUTET W
MeauunHckus  darkynter - Cobus 33 UBKNKOUUTENHM
NOCTMXKEHWUA B Hay4YHoM3cnegoBaTenckara g4eiHocCT, BKA.
M TPU Harpagun 3a MAag y4eH, KakTo U egHa Harpaga Ha
MOH 3a Hal-ycrieweH Hay4HOM3CNE40BATE/NCKM MPOEKT.

KAMHUYHA HEBPOTEHETUKA

~x

MNpes nocneaHWTe TroAMHM ekuNbLT Uma  Hag 80
VMMNAKTGaKTOPHM  nybavKaumm B MeXayHapogHu
crmcaHus.

Crnedennn e M3CnegoBaTeNcku MPOEKTM Ha CToMHOCT 1
073 000 nB., duHaHMpaHu oT HaumoHanHua doHa 3a
Hay4Hn  um3cnegsaHua  npu  MOH, MeaguunHckua
yHuBepcuteT — Codms, HaumoHanHws HaydeH ¢oHg Ha
ABcTpanus.

KAUHWUYHA HEBPOTEHETUKA

EKUMBLT OCbLIECTBSIBA HayyHW MapTHLOPCTBA € peauua
ABTOPUTETHN MENKAYHAPOLHW MHCTUTYLIAK:

sEBponelickusi  HEBPOMYCKYAEH  UeHTbp, HaapaeH,
XonaHgus

sEsponeiickmsa KoHcopumym no LUMT v Nlabopatopus no
HEeBPOreHeTUKa Ha AHTBEPMEHCKUSA YHUBepCUTET, Benrus
sKoopanHMpalwms LeHTbp Ha eBponeickata mpexa
TREAT-NMD, Hiorkacen, BennkobpuTaHusn

sLleHTbp NO reHeTHKa Ha HoBeKa, 3anagHo-ABCTpasMMCKiA
yHuBepcuTeT, [bpT, ABcTpanua
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KAWHUYHA HEBPOTEHETUKA

e
EKWMBLT OCLLUECTBABA HayYHWM NapTHLOPCTBA € peauua
aBTOPUTETHU MEXAYHAPOAHN UHCTUTYLIMN:

sHCTUTYT Mo muonorus , Baburcku”, Napusk, PpaHums

slHcTUTYTa , Ppuapux-bayep” Ha YHMBEpcKTETa Ha
MtonxeH Jlyasur-Makcumunmar”, MionxeH, lepmanus

sYHuBepcuTeTckaTa boaHmua , Wapute”, BepavH,
lepmarun

KAWHWNYHA HEBPOTEHETUKA

EAMH OT OCHOBHWTE MPOEKTM Ha €KWMa @ Ha Temar |
,ChbBpemMeHeH TNOAXOA 33 JAMarHoCTUKa W NpoydBaHe Ha
HEeBPOMYCKYHUTe 3abonaBaHua B BbArapua — npunaraHe Ha
Hay4uHUTE 3HAHWA B NOA3a Ha NauuWenTa”, ¢GWHaHCUpaH oT
HaymoHanuua ¢oHa 3a HaydHW uscnenpaHma” no lMporpama
“CTAMYZIMpaHe  Ha  Hay4HWTe W3CefBaHMA BbB  BUCLLWTE
AbPraBHA yauanwa” . OCHOBHM Le/in Ha MpoekTa ca:

a/  npeuusHo  QeHOTUNU3MPaHE U TEHETUYHO
BepUdULMpaHe Ha MAaLMEHTM C HACNEACTBEHM HEBPO-MYCKYAHMU
sabonasaHua (HM3) ¢ ornen npodunakTvka, NoAxodalWo W
CBOEBPEMEHHO Je4YeHre KW NOAroTOBKa 3a G'b,qeu.l,a reHHa “
dYHKLMOHANHa Tepanua;

6/ KIMHMKO-TEHETUUHO W eNUAEMUO/IOTUMHO MPOoyYBaHe
Ha HOBOOTKPUTU HEBPOMYCKYJTHU 3a60NABaHNA B Bbarapua

KAMHUYHA HEBPOTEHETUKA

<

EkunbT e uneH Ha Esponeiickata mpexa TREAT-NMD wu
NOAroOTBA  PErdecTpu 33 peaula  HEeBPOMYCKYAHU
3abonssanuA. ToBa cb3gaBa YCIOBMA 3a BKAIOYBAHE Ha
EbArapcku NauMeHTU B KAUMHUYHW NPOYYBAHWA 33 PasUYHK
BMAOBE reHHa Tepanua.

YJYacTMeTo B KAWMHUYHW NPOYYBAHWA MO Te3W peaxku u
TPYAHO feuumu 2a60198aHUA OTrOBapA Ha OYaKBAHUATA Ha
MauWeHTUTe 1 TEXHUTE POAHUHU, HO TaKka CBHLUO anoGu.l,aBa
6'b/'ll'apCKaTa HEBPO/OITHMA KbM NOCTUMEHUATA B TOBA HOBO U
ofellaBallo HanpagaeHue B CBETOBEH Mallab.

e

KAUMHNYHA HEBPOTEHETUKA

=

BraroaapeHue Ha gobpaTta HU konabopauus ¢ Esponelicki
napTHLOpK KaTo TREAT-NMD, eKunbT HW Gelle W3bpaH 3a
napTHLOP no 3 roguwen npoekt (2010-2013 roa,) Ha EK —
CARE-NMD (www.care-nmd.eu).

CARE-NMD  (PaznpocTpaHeHnue U NPWAOHeHUe  Ha
CTaHAAPTUTE 3@ TPUKKM  MpPW  MNPOTrPecUBHa  MyCKyAHa
Auctpodus Tun diowen 8 EBpona), koiTo ce GpuHaHcupa oT
N3mbaHWUTENHATa areHuuMs 3a 3A4page U npotpebuTenu U e
n3bpaH o1 257 KaHAMAATH.

el

KAMHUYHA HEBPOTEHETUKA

s
MpoeKkTbT e pasnpocTpaHen B EBpona upea opraHWzaumv-

napTHbOPU W NaLMeHTCKW opraHu3aLumMmn B bbharapus, JaHua,
lepmanun, BenukoGputanua, Monwa, Ywrapusa, Hexwus,
Xbpeatcka, Ppanuusa, Upnanaua, Makeponus, Xonangus,
Benapyc, PymbHuA, Pycun, Copbus, Cnosakus, Lseuus u
YKpaiiHa.

Tozu MPOEKT € OT U3K/OYUTESHO 3HaYeHWe 3a CTpaHaTa HU
Nno OTHOLWEHWEe Ha CblyecTByBaLLMTE TPWKK Npu AMA wn
npeueHKa Ha HaukHWTe 2a noJobpaBaHe Ha TPUNKTE €
orfes  Ha  MEKAYHAPOAHWTE  KOHCEHEYCHU CTaHAAPTH.
BEbarapua e eaurHCTBEHATa Y/eHKa — NapTHbop oT MaTouHa

Espona ===

K/IMHWUYHA HEBPOTEHETUKA

L=

W3paboTen oT ekuna u opobpeH Ha HaupoHasHa
koHdepeHuua e HauMOHANHWAT KOHCEHCYC 3a AMArHOCTUKa,
edeHue 1 NPodUNAKTHUKE Ha HEBPOMYCKYIHU 3a6onasaHua,
mai, 2012.

EgHO OT Hali-3HauumuTe MOCTUMEHWA Ha TMpoeKTa e
U3rpamaaHeTo Ha CuUieH cneunannsvupan exkun B obnactta
Ha HEBPOMYCRY/IHUTE 3abonasanun B CTpaHaTa HU ¢
TpaguuMM WM BB3IMOMHOCTHM 3a TMpMBJAMYaHE Ha mMAaagn
nocsenoBaTen. BbArapckuAT exkun e ¢ memayHapoaHo
NpU3HaHWe B HallaTa obnacr.

A4S

KAMHUYHA HEBPOTEHETUKA

BTOPUAT BMCOKO 3HAYNM M3CNEAOBATENCKN MPOEKT Ha ekuma |
Ha Tema: ,KAMHUYHO U TFEHETUYHO XapaKTepusMpaHe Ha
HacneAcTBEHa NapuManHa ernuAencus MpU roNeMu POoMCKU
bamunnn” e  mewpyHapogeH e  dwuHaHcupan  OT
HaunoHanHus HayueH GoHA Ha ABCTpanus, © y4acTMeETo Ha
aBCI'paJ'IVIVIl‘;lCKI/I, AHFAUNACKN 1 6'bJ1rapCKl/I uschenoBatesnn n e
Ha obuwa croiHocT 617 000 aBcTpanuidickn fonapa. Llenta nva
MpoeKTa € KAMHUYHOTO (QEeHOTUNM3MPaHe W MpoyyBaHe
reHeTUUHUTE OCHOBM Ha HACNEACTBEHATA EenuAencus cpes
pomckata nomynaumA.  [poAb/askeHMe Ha  JoceralwHara
AEMHOCT Ha ekuna e cnedyesBaHeTo B Kpasa Ha 2009 r. Ha
M3CNEfOBATENCKUA  MpoekT “CbBPeMEHHU  nogxogu  3a
pasKpuBaHe reHETMYHUTE OCHOBW Ha enuaencuata’ cbe cpok
Ha u3mbAHeHWe 2010-2013, Ha obuia ctoiHocT 600 000 na.ﬂ:,

K/IMHWUYHA HEBPOTEHETUKA

Mo TO3W NPOEKT ca MAGHTUOUUMPAHW, M3CTeaBaHn W |
onucaHu HOBW popmiK Ha HacneacTBeHa enuaencus, GEFS+
cMHAPOM W TemnopasHa enunencus. Pesyntatute ot
NpoBeAeHUTE UCAEABAHUA ca NMyBAUKYBAHU B MeT HayuHW
CTaTUU B ABTOPUTETHUTE MEXAYHAPOAHU CNUCAHUA:

*Epilepsy, 2009, 50, 1679-88;
eEpileptic Disorder, 2010, 12, 117-24;
*Epilepsy Research, 2011, 96, 101-§;
eEpilepsy research, 2011, 97, 198-297;
eEpilepsia, 2012, 18, 184-9.
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KAMHUYHA HEBPOTEHETHUKA

)

Lpyro Hay4yHO HanpasneHWe Ha exkuna e reHeTvkarta Ha
natepanHaTta amuoTpodMyHa cKneposa W damuaHaTa
amMunoUaHa HeBponaTus, passuBaHo oT a-p Craliko
CapadoB, NOCTUrHanA 3Ha4YMMK HaydHu pesyntatv. O-p
CapadoB 0OnMWCBA W reHEeTWYHO BepudMUMpa HAKOAKO
HacneacTeeHu dopmn Ha J1IAC.

Maentudpuumnpa u 44 cemelictea ¢ Hag 70 3acerHatu
60nHK ¢ TpaHcTUpeTMHoBa AT, ATbAXKALWM Ce Ha YeTUpH
pPasMYHM  MyTauMWM W NpOyYBa  reHoTun/deHoTun
KopenauuMTe Npu Tosa 3abonssaHe.

K/IMHWUYHA HEBPOTEHETUKA

BLPXOBH NOCTHAKEHHA HA €KHNA NO KAMHMYHA HEBPOreHeTHKA: |
sHacnenCcTBEHa MOTOPHO-CETMBHA HeBponatva Tun Jlom {HMCH,
OMIM 601455). NyGankaumm B Nature Genetics W Brain, 1996 1 1999
*KOHIEHUTANHA KATAPAKTA ANLEB AM3MOPGUIBM HEBPONATUA CUHAPOM
{KKNAH, OMIM 604168). Annals of Neurology and Nature Genetics,
1999 1 2003
+ HacneAcTeeHa MOTOPHO-CETUBHA HEBPOMATUs TN Pyce, AbMKAILA ce
Ha MYTaLMa B XeKcoKMHaza 1 rena {(HMCHP, OMIM 605285). Annals of
Neurology American Journal of Human Genetics, 2000 u 2001
+[lOMMHATHA MEHAMHHA dopma Ha Bonectata Ha LLapro-Mapu-TyT Tvn
C, ABAKAWA ce HA TUPoauA-TPHK cunTeTasa {(OM WMTC, OMIM 608323)
American Journal of Human Genetics, 2003

P

KAMHUYHA HEBPOTEHETUKA

BbpXOBM NOCTHKEHHA HA eKMMNA N0 KAMHWYHA HEBPOTEHETHKA: —
* [IUCTanHa HAcNeACTBEHA MOTOPHA HeBponaTtha Tl Il {aHMH min II,
OMIM #158590). Nature Genetics, 2004
*HacneaCTBEHA aKCOHAAHA MOTGPHA W CETMBHA HEBPONATUA € ONTMYHA
aTpopMA, ALMKAIA €& HA MYTALWK B MUTODY3UH 2 reHa. MTy6amuKaumus B
Annals of Neurology v Brain, 2006
sHacneacTseHa napuManta enuaencus, KaptMpaHa sbpxy 5q31.3-q32.
My6amrauus s Epilepsia, 2009.
e[lMCTaNHA MMOMATMA C rAacosa M dapuHreanna  craboct
{OMIM606070). American Journal of Human Genetics, 2009
*KOHreHWTanHa rnaykoma, AbMKalWa ce Ha myTauus & LTBP2 rena.
My6amkauua 8 American Journal of Human Genetics, 2009

KTMHNYHA HEBPOTEHETUKA

BBbpX0BY NOCTHMHKEHNA HA eKMNa No KAMHHUYHA HeBDOreHeTHKa:J
*JlUCTaNHa MUONATUA C NPEAUNEKLMOHHO 33CATAHE HA TOPHMU KPatHULM
NpWuMHEHa oT  ¢unammni C XanaoHeAOCTaTBYHOCT. [My6ankauma B
Neurology, 2011
*HOB NIOKYC 33  aBTO30MHOAOMMHAWTHA  Cone-rod  aucTpodma,
KapTupaHa Bbpxy 10q. MyGavkaums B European Journal of Human
Genetics, 2012
+AKCOHAHA HEBPONATUA € HEBPOMUOTOHUA, AbMKAILA Ce Ha MYTaLMA B
HINTL rena {OMIM 601314). Ny6aurauma B Nature Genetics, 2012
+KOHTEHMTaAHA ATaKCWA, ABMAKALA Ce HA MYTALWA B MeTaboTponHUsA
rnyTamaten peuentop 1 {OMIM 604473). American Journal of Human
Genetics, 2012
*ABTO30MHOAOMUHAHTHA  CMMHAAHa  MYCKyAHa aTpodma, American
Journal of Human Genetics, 2013

M3non3saHu M3TOMHWUM 33 MaeHTUIMKALMA Ha
dbamnanm ¢ HacneACTBEHU HEBPONOTUHHM
3a6onABaHuA:

—x
1. OCHOBEH M3TOMHWK Ha ennaemnonorMyHa uHdopmauna ca
mep apoy it
MpoBeaeHO € HeBPOMOrMYHO U3CNeaBaHe 3a HANeACTBEHW
HeBpOMYycKyMHW 3abonasaHua B 2500 HaceneHW mecTa B8 LANATa
cTpaHa. HacenenuTe mecta, B KOWTO Ca UACHTUGULUPAHU POAOCNOBIUA
¢ HacneacTBeHU 3abonAsaHuA, ca nocewasaHu oT 2 ao 10 mbtu ¢
orneq, cbbupaHe Ha poaowioBHa UHbOPMALMA, CbOUpaHe Ha KPBLBHA
Npobu 3a reHeTUUHO U3CTeqsaHe U NpeLMarpaHe Ha HEBPOACTMHHKA
cTaTyc Ha nauneHTure.

U3non3saHu usTouHWUM 33 naeHTUGMKaLmMa Ha
hamnNUK ¢ HacNeACTBEHW HeBPONOrUUHU
3abonaBanua:

N

. Peructpure Ha 06.AaCTHUTE M MHOTO OBLUMHCKU HEBPOAOTUYHU
oTAes1eHUA 1 peroHanHm TESK.

w

. Perucrpute Ha obnactHuTe neguaTtpryHK OTAEEeHMA.

bl

PerucTpute Ha MeaMKo-reHeTUUHWTe KabuHeTu B Byprac,
Mnesen, BapHa u Ctapa 3aropa.

L

Pervctpu Ha HeBPOBU3MONOTMYHM KaBKHETH B CTpaHaTa

. Perucrpute Ha YHUBEPCUTETCKUTE HEBPOAOTUUHM KAWHUKU U
HaupoHanHaTa reHeTUYHA naﬁopaTopwﬂ.

o

il

U3nonssaHW U3TGHHUUM 33 AEHTUPHKALMA Ha
bamHUNnK c HacneacTBEHN HEBPONOTHMYHH
3abonasaHma:

7. Peructpute Ha AOMOBe 3a Aela U Bb3PaCTHU CbC COMATHUYHK
HeADb3KW B pa3NivHK PErMoHKM Ha CTpaHaTa.

8. BaeH MW3TOYHMK Ha enuaemuonarMyHa wHdopmauus ca
A@HHUTE Ha NaUWMeHTUTE WM TexHUTe cemelcTBa 3a ApYrM
3acerHaTv MHAMBMAM B APYTA HaceneHu mecra. Hakowu oT no-
eHAaAoramMHuTe  rpynu  nposexaat rodulliHKM - cpelM Ha
onpeaeneHu NpazHULUM KM UMaT BB3MOMKHOCT 3a obmaHa Ha
UHpOPMaLIMA NOMEKAY CU U CbXpaHABaHe Ha pojoBsaTta ¢
namert.

il

PETUCTPH %

NPOrPECUBHA MYCKY/THA AUCTPODUA TUM
OMOLWEH/BEKEP — AUCTPODPUHOMNATUU

B pernctbpa Ha KauHukata ca 131 nauueHtu c
AuctpoduHonatua. OT Tax 93 ca ¢ NMMA Tun fAiowen, 2
CUMMTOMHM KeHU cbe 3abosinsaHeTo, 34 nauxeHTu ¢ NV,
Tun  bekep. Mpu 23 nauwentn ¢ MNMA Tun dioweH
npoBekaame KOPTUKOCTEPOUAHO AeveHue; 11 nauueHTy ce
JleKyBaT 23 Kapauomuonatus. Tpuma ca Ha HEUHBAzWBHA
BEHTWUALMA.

O
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PETUCTPU

CMUHANHA MYCKYJIHA ATPO®UA

B perucrbpa Ha Knunukata ca 60 naupeHTu cbc cnuHanHa
MYyCKy/iHa aTtpodua, noseyeTo oT kouto cbe CMA Tun I,
Kyren6epr-Benanaep.

PETUCTPU

NOAC-KPAHHUK NPOrPECUBHA MYCRYTHA =
AUCTPOOUU

¢ B KnuHukaTa ca guarHoctMumpanu v 92 cayvau ¢ noac-
KpaviHuk MV :

» 52 cnydan ca € rama capkoraukanonartua /MK-MMA tan
2C/, aAbawawa ce Ha C283Y wmyTausa B rama-
CapKorkKaHoBUA reH

» 22 ciyyaum ca ¢ KananeuHonatua / MK-MMA tun 2A/

15 cnyyan Ha TeneToHUHOMaTUA

2 caydau ca ¢ aucdepaunonatua / NMK-NMA tun 2B/

» 1 cayyalt e ¢ 6eta-capkoraukaHonarua / MK-MMA tun 2E/

it

PETUCTPU

SGALUNOCKANYNOXYMEPANTHA AUCTPODUA

124 nauueHTH ca AUATHOCTULUPAHU U CUCTEMHO ce
npocneaasat c TOBa 3abonasaHe, reHeTU4HO
gepuPpuLMpPaHKM B LleHTbPa MO reHeTWKa Ha 4YOBeKa B
Naipen ¢ pazauuHK No roNemuHa reHeTUYHU aedektu 8 4q
XPOMO3OMA.

i

PETUCTPU

MuoTtoHU4YHa gucTp S
70 cayyaum ot 36 damuanu c MMOTOHMYHA
amctpodma tun 1 /tun WaiiHept/ ca
AUarHOCTMLMPaHK M Ce NpocneasaBaT B
KAuHuKaTa ¢ ToBa 3aboasaBaHe. 12 nauueHTH
¢ MZ tvn 2 /TIPOM/ ca AMarHoCTULMpPaH1 U
ce npocnenasaT; cblwo 15 naumeHTr ¢
KOHFEHUTaNHa MUOTOHMWA TUN TOMMNCHH.

PETUCTPH

AuctanHu muonaTtum:

*  JluctanHa muonatva Tun HoHaka — 50 gywm

*  JlnctanHa muonaTua c rnacosa U papuHruanHa
cnaboct — 8 Ayl

*  JuctanHa muonatma — PunamuHonatma — 10
Ayum

*  [uctanHa muonatua — TUTUHONATUA — 2 AyLWn

*  OrynodapuHreanHa guctanHa muonatua — 12

PETUCTPU

Emepu Jpaiidyc MyckyaHa guctpopus, o
namuHonaTtua

e 15 cayyam ot gge bamunanu ¢ MV Tun Emepu dpaiipyc ¢
aBTO30MHO-AOMUHAHTEH TUM Ha yHac/eaABaHe
/namuuonaTus/ ca AMarHOCTULMPaHU U ce NpocIeansar.

Ayl
PETUCTPU %

KoHreHuTtaneH mmacteHeH cuHgpomTun la |

e 102 cnyyau oT 67 GamuAUK € BPOAEHA MUACTEHUA TUN 13
/damunna unaHTUAHA MUACTEHUA/ ¢a RAUHUYHO
PeHoTUNU3MPaHU, FreHEeTUYHO BepUPULMPaHK 1 NpocieassaHi 8
Knunukata

PETUCTPU %
LUAPKO-MAPU-TYT CHH] i

OT 1308 nauWeHTU ¢ KIMHWYHA AnarHo2a Gonect Ha LWapko-
Mapu-TyT 801 ca reHeT1UHO BepudULMPaHU.

157 naumeHTi ca ¢ myTauumn 8 PMP 22 rena

-111 - ¢ aynaukauua Ha PMP 22 rena — XMCH 1A

- 37 — ¢ peneuua Ha PMP 22 rena — XHMH

- 10 —c To4KoBU myTaumu B PMP 22 rena — XMCH 1A

51 naumeHTn ¢ MyTauun B KOHEKCKH 32 — X-cebpaaHa XMCH
45 nauueHTu ¢ mytauuu 8 P 0 rena — XMCH 1B

54 naumeHTn € myTaumua B YARS reHa, soaella Ao Hoga LUMT
bopma ¢ MEKAUHHU CKOPOCTH

13 naumeHT € myTauuu 8 mutody3nHOBUA reH — XMCH 2A
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PETUCTPU

LWAPKO-MAPU-TYT CUHAPOMW -

117 naumentr ¢ mytaunn 8 NDRG1 rena — XMCH tvn Jlom

81 naumenTtu ¢ mytauuu B CTDP1 rena — KK AOH cunapom

26 NauMeHTH € reHeTuyeH aedekT 8 Aokyc 10 q22 = XMCH tun
Pyce

25 naumeHTn ¢ myTauum 8 GARS rena — guctania XMH

3 naumeHTn ¢ mytauuun B HSP22 rena - XMH

PETNCTPU

XepeauTapHM cnacTMUHU Napaniaerimg =
cayvau ot 140 pammanm

e ALl XCI cbe cnacTUHOBK MyTaluu — 37 nauueHTH oT 22
cemeincTsa

e Al XCM ¢ atnacTuHoBW MyTaumlu — 11 nauueHTH oT 2 cemeicTea

¢ XCI ¢ napanaerHo By MyTal i — 20 NALMEHTH € XOMOIUTOTHA
MyTalKa K 53 - ¢ XeTepesuroTHa myTauma

¢ AP XCI ¢be CNaTakCUHOBA MyTaLUA — ABe BOMHU OT eAHO

PEFUCTPU

HacnepctBeHnn (I)OPMVI Ha enuvaencua

* HacneactseHa TemnopasHa enuaencus

e [E®C + cHapom

* MutoxoHApUanHa

* MauonaTudHa reHepanuaMpaHa enuaencus

'
PEFUCTPU %

MeTaboautHu 3a6onAaBaHua

Bosect Ha YusceH — 130 nauueHTH ce npocieaasar
HEBPONOTUUYHO

BonecT Ha Huiiman-TNuk — 23 nauuenTu, 20 ¢ onecT Ha
Huiiman Muk tin B 1 3 — ¢ 6onect Ha Hubfiman-Muk tun C

Bosect Ha Momne — 3 naumMeHTu

PamunHa ammnomnaHa noaHesponatus — THAOS Peructbp
71 nauMeHTU ca AMarHOCTULMPAHU K TeHETHHHO
sepubuLMpaHu B KnnHuKaTa. B momeHTa ce npocnegasart 23
o7 Tax. OcTaHanuTe ca novuHanu-. MNpu 10 e 3anovnano
neveHue ¢ Tagamuguc.

PETUCTPU

HacneacrBeHn u,epe6enapHM aTaKChu

[o momeHTa ca uscneggaHun 76 cayyas o1 52 pamunuu. FreHeTUuHO
sepubULMpaHi ca :

- A0 HUA ™Mn 1

— AQ HUA tmn 2

- A0 HUA tmn 7

— AP atakcua ¢ myTauma e ANO10 reHa

— AP KOHTeHWTapHa aTakcua C MyTauua B MyTaMaTHUA peLenTopeH

rek 1 ‘ ==;

PEFUCTPU

INaTtepanHa ammoTpodUuHa cKneposa

Jo momenTa B KanHuKkaTa ca guardoctuuupann 503 naumeHT ¢
natepasnHa amuoTpoduuHa cknepoza. boanuTe ce npocneansar U
nepuoanuyHO XOCNUTaNAU3KWPpaT 3a KOHTPOSIHN M3CNeaABaHUA OT A-p
Capados

FEHETUYHA MPO®USTAKTUKA HA TEMKU HEBPOMYCKY/THU
3ABO/IABAHWUA CPEA BUCOKO PUCKOBU FPYMU

=

. Mhdpopmupane Ha MeanLMHCKMA NepcoHan no mecta |
. 3aM02HaBaHe Ha PUCKOBUTE Tpynu ¢ LeauTe Ha
nporpamara
3. O6xBaluaHe cbe 3apaBHa NPOCBETA BCUYKW MaaM Xopa, a
WMEHHO: JAaBaHe Ha NoApobHM pasACHEHMA  KaKeo
npedcmasnasa bosecmma, 3aU0 €€ TOABABH, KUK MOXM(E
da ce yHacnedu, KAKBO MPedcmaesnAsa 2eHemu4HoOmo
uscnedsaHe, KAKso cneded om moesd U3CAedsaHe, KOKbLE
usbop umam dsolikume om dsama HOCUMenNt, KOKGO
npedcmasAnsa uscnedsaHemo Ha BpemeHHocmma.
4. O6yyeHve Ha 3ApaBHW MeaMaTopu, NpUHaANexal Ha
3acerHatvte o6LLHOCTH.
. BaemaHe Ha KpbB 3a AHK aHanu3 oT BCUUKK Kenaelwm aa
ce U3CNeaBat cea AaBaHe Ha NMUCMEHO Cbraacue.

N~

w

FEHETU4YHA MPO®USIAKTUKA HA TEMKU HEBPOMYCKY/THAU
3ABONABAHWUA CPEQ BUCOKO PUCKOBM FPYTIN

6. M3cnepBaHe HAa CbOPaHWA TEHETWYEH MATepuan, OTKPMBAHE Ha—=|
HOCUTENUTE.

7. MeAnKO-reHeTUYHO KOHCYATUpaHe

- Ha OTKPUTHTE HOCUTEAN I'IO,E\pOGHO W BHAMATENIHO UM Cce
06ACHABAT YCNOBMATA, KOUTO MOPAMAAT PUCK 33 PawAaHe Ha
60/HO NOTOMCTBO, KAKTO M BB3MOMHOCTUTE 33 M36AMBaHE Ha
TOZU PUCK.

—  BCMUKM M3CNGABAHM C& KOHCYATUPAT NHMYHO, Pe3yATaTUTe WM
€3 CbOOWABAHM YCTHO W MMCMEHO W MOAPOGHO UM ce
Pa3ACHABA 3HAYEHNETO Ha TE3M PE3YNTATH.

— Ha pOAHMHWTE Ha OTKPWUTMTE HocuTenn / GpaTa, cecTpw,
6paroBuean/ ce NMPEANoMM AKTUBHO W Te A3 ce u3cneasaT
NpU NPOABEHO eNaHWe 3a TOBA OT TAXHA CTPaHa.

8. TlpednaraHe Ha BbH3MOXNKHOCTM 33 NpPeHaTasAHa AMarHocTMKa Ha

e'el

CBNPYXKECKU ABOMKMN OT HOCUTENN.
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HespoodTanmonorma u
HeBpoodTanMoreHeT1Ka

HEBPOO®TA/IMONOINA U
HEBPOO®TAJIMOTEHETUKA

=

B KauHukata pabotm u BogewwmaT HespoodTanmonor —
npo¢. a-p Cuneua YepHuHrosa. Ta vma peayua HaydHM
pa3paboTKK BbPXY HEBPOOGTANAMONOTNHHUTE NPORBU NPK
MHOKecTBeHa cKneposa, AWarHocTuKara Ha
WHTPaKpaHWaiHu 1 opbuTanHn Heonnasmu, BbTpellHa
xuapouedanns; ONUCaHME Ha KasyUCTUYHW  cayyau,
nybanKyBaHU B pegula MexayHapogHu cnucaHua. Mpes
nocaeaHnTe rognHU TA € BOJeL, n3cnefoBaTen Ha ekun,
W3MbHABALL NPOEKT Ha Tema ,,[eHOMUKaA Ha MUrMeHTHaTa
JereHepauus Ha peTMHaTa W BpogeHaTa rnaykoma”.

HEBPOO®TA/IMONOINA U
HEBPOO®TA/IMIOTEHETUKA

MNpoeKkTsT e duHacupaH ot lporpama “TeHomUKa” Ha |
MOH u e Ha obBwa croiHoct 90 000 ns. B xoga Ha
M3MbAHEHWETO Ha NPoeKTa Bsixa NOCTaBeHU OCHOBUTE Ha
CbBpemeHHaTa MO/eKYAfPHa odTanmoreHeTMKa y Hac U
BAXa NOCTUIHATY 3HAYUMM HayYHU PesyATaTh, CbBMECTHO
¢ BOJewyM odTanmoreHeTvum oT Benukobputanus,
ABcTpanus, MHAWA, 1 B TAcHa Konabopauua ¢ ekuna Ha
LieHTepa no monekynspHa medvuuHa. Pesyatatute ca
NyoNMKYBaHW BbB  BUCOKOMMMAKTGAKTOPHM  HayuyHW
cnucaHmsa - Am. J. Hum. Genet.,, 2009, Eur. J. Hum.
Genet., 2011, 19, 326-33 v Eur. J. Hum. Genet., 2012, 158.

i

HEBPOO®TANIMOIOTUA U
HEBPOO®TA/IMOIEHETUKA

—
TA e HayYeH PLKOBOAWTEN Ha TPUMA LOKTOPAHTU: .

1/ O-p AnekcaHawbp Ockap — Tema: “AHanu3 Ha
KOMMIOTLPHO-MEPUMETPMYHATA Haxogka NMpu fesun Ha
3PUTEAIHUTE CEHZOPHW MBTWLLA € Pa3aUYHA JOKANUsaLs
v etnonorus”, sawptia yenewHo npes 2009 r.

2/ O-p Becena bopucnaBoBa — Tema: “ Heepo-
0QTaNMOMOMMYHA CUMITOMATUKA MPU  HEBPO-MYCKY/IHM
3aboasBaHUs” — TEKyLWA

“

3/ O-p 3BesgennHa BnagummpoBa — Tema:
ONTUYHO-KOXEPEHTHa  Tomorpadusa npu  BoaAHW ¢
MHOKECTBeHa ckaeposa” - Tekyuia

MPUHOCK HA AOL, A-P PEAHA BE/IM3APOBA B
EMWU/ENTO/NOTUATA

OT 2005 no 2010 r. npoeexaa TpM cneumanmsauum
B pamkuTe Ha 2 . 6 mec. 8bB PpaHuma, nybamkyea
0bwo 60 cratmm B ObLATAPCKM M YyKLECTPAHHM
HayyHU cnucanuA, yyactea ¢ 58 cooblenna Ha
NPEeCcTUKHK Hay4HK Gopymu.

APUHOCH HA AOLL. A-P PEAHA BETUSAPOBA B
EMUNENTOAOIMATA
» i
MpuHOCK B Hay4HaTa geHHOCT:

eYTBLPMAABAHE HA HOBa {Jopma Ha  enuaencus-
WanonatnyHata reHepanusvpaHa enuaencua ¢ abcaHcHn
cratycu (Rev Neurol (Paris). 2009 Oct;165(10):839-41).
ePazKpueaHe Ha HOB puckoB dakTop 3a SUDEP-uKTanHata
cbpAeYHaTa acuUcToAWA MNPU enuaencus Ha TemnopasHWUs
no6 (Seizure. 2011 Mar;20(2):181-3).
eOnucaHue Ha eBOMIOLMATA WM KbCHUA W3X0A Ha TexkkaTa
MUOKNOHYCHA WHdaHTUAHA enuaencua (Epilepsia. 2011
Apr;52 Suppl 2:44-9).

NMPUHOCKU HA AOL,. A-P PEAHA BEJIUSAPOBA B
ENMMAENTONOMUATA
MpuHoCcK B Hay4HaTa AeliHoCT: .
*OnucaHlMe Ha HOB TWN enuaencua npu 6Gbarapcka
dbamuaua € mukpogeneums Ha uenua SCNI1A ren B 4
nokenenua (Neurology. 2010 Jul 6;75(1):72-6).
¢PazkpuBaHe Ha ABa HoBW EET natepHa:

— TemnopajHaTa WHTEPMMUTEHTHa JesTa aKTMBHOCT Mpu
loBeHUNHaTa  abcaHcHa  enunencua  (Seizure. 2011
Jan;20(1):38-41)

— NpoAbL/XUTENHATa  YHMMAaTepanHa  MapoKcM3manHa
aKTMBHOCT ~ NpPW  MAMOMNATAYHATa  leHepajMsvMpaHa
enunencna ¢ abcaHcHW ctatycu (Epileptic Disord. 2010
Dec;12(4):316-20).

'
HATPAZM %

HATPAJIATA ,lTAHALIEA” HA MY-Codus o

3a 0co6eHM NPUHOCK NPU peaniu3aLmaTa Ha
npenoaasaHeTo, Hay4YHOU3CAeA0BATE/ICKATA U eKCnepTHaTa
AerHocT

¢Mpod. A-p /buezap Tpalikos

elMpod. a-p MBaino TopHes
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HArPAZM

i
HATPAJA ,NPO®. A-P KOHCTAHTUH YUNTOB” HA Mdb —
coeuna

3a BMCOKKW NOCTMKEHUA B HAay4HO-M3CAeA0BaTeACKaTa U
npenoaaearesckaTa AeHocT

elpo¢. a-p Usaino TopHes — asyKpaTHO, 2001 1 2006
¢[pod. a-p /ibyezap Tpaiikor

elpo¢. a-p Cunsua HepHuHkosa

HATPAZM

HATPAZATA “Signum Laudis pro Scientiae Meritis” |

33 HaR-AO6BP Hay4eH NpeKT 8 NpodecoHanHo
Hanpasaenune MEAWMUWMHA, MY-Codus, Barapua
enpod. A-p STbueszap Tpalikos

| Harpana 3a yTBbPAEHN U3CAEA0BATENN
Ha Ponaauus “France Alzheimer” , Mapux

3a Hay4Ha paboTa 1 NpoekT 3a HbAaella HayyHa AeiHoCT
e Mpod. a-p /Tbuesap Tpalikos

it

EE
HArPAOMU %

MEAWK HA TOOWUHATA, 1998

3a OTKpUBaHETO Ha HOBW Hac/eacTseHN 3abonAsaHNA cpes,
pomuTe 1 38 BHeAPABaHe Ha HOBa NPorpama 3a reHeTu4Ha
npodunakTuka

¢[1-p MBaitno TepHes

MbPBA HATPAZIA HA MOMH, 2001
3a Haﬁ-ycneLueH Hay4YHO-U3CNea0BaTe/ICKK NPoeKT

elMpo¢. a-p Usaino TopHer

HATPAZM g
X

HATPAZA 3A TPAMOAHCKA AOEJECT ,MTAHULA", 2008

3a 3HauMTeNeH NPUHOC 3a PA3BUTUETO HA AEMOKPALLUMATA U
rpaMAaHCKOTO 06LLeCTBO

HArPAOMU

HATPAJATA 3A M/NAZ YYEH ,,AKALL. ACEH XAZMWONOB” |
HA M@

«[-p0 Benuna Tepresvesa, ¢ HayvyeH pbKOBOAWTEN
npog. TbpHeB

¢[1-p BopsH By:KoB, ¢ Hay4eH pbroBoaMTeN Npod. ThpHes
e[l-p0 Buoneta Mwuxalinoea, ¢ HayyeH pbKOBOAWTEN
npo¢. TbpHes

ef-p Wuma MaxpebuaH, ¢ HaydyeH pbroeogutesn npod.
Tpaiikor

MAAOUTE HAZEXAW HA K/IMHUKATA MO
HEPBHM BOJIECTH

b/IATOfJAPA 3A BHUMAHUWETO

-51-




CBOPHMUK C MPE3EHTALIUM U MOCTEPU

EkcnepTHu LeHTpOBE NO peaKu Peakn 6onectu B o6nacTra Ha
3abonasaHuA B obnactra Ha racTpoeHTeponorusTa
ractpoeHrTeponormara. FACTPOEHTEPOAOTUSA ‘ ‘ XENATONOMUS
LleHTbp no noppupun —vacr or = BOneE HA KEGH P ——
eBponencKkata mpexa = Zpeepn * Moppupin

Apyru peaku (BpoAeHH)
= EHAOKPWUHHK 60/1€CTH Ha YepHuA 4pob

Apyeu pedku 6oaecmuy,
HeaKAYeHU 8 cnucska Ha Pb

Npo¢. Noamuna Maresa, Apyrw

Aou. AHeta UBaHoBa = ARpERL SR EET, o beneepun
HEBKAOYEHU & ChUcbKa Ha Pb &
b
preapun ‘ Mykosucumgosa

EKC!HEPTHM LeHTpoBe No peidku 3a00AABaHMA B EK,CI'\IEPTHM LUeHTpOBe Ne pedKu 3abonAARaHMA B
061acTTa HA racTPOEHTEPOAOTUATA 061aCTTa HA racTPeEHTEPOAOTUATA
= YHMBEpCHTETCKA = OTgeneHne/KIMHNKA = [lnarHosa % MpuHumnuTe Ha aobpaTa
KAMHUKa/M No MO racTpOEHTEPO/IOTUA K/IMHI4HA NpakTika
L}
racTpogHTEpOAOTUA = Bropowu TpeTo HuEO Ha Audeperyuana
SIS GET AMarHosza # [NpenopbKu (KOHCEHCYCH) 3a
= TpeTo HMBO Ha AuarHosa, npocnegasaHe U
KOMMeTeHTHOCT = [IpocnesaBaHe neveHne Ha BATETMEAE
= CneundbriHm 1 HacnelubraHu
= fledeHue = ba3npaHW Ha NpenopbkuTe Ha
. n ﬂp U peaKu Bonecmu EBnopeﬁcm're/MemAyHapop,HM
ExcnepTen LeHTsp Ha Hegkmouel-:u 8 cnucma; Ha BonHWYHa nomMoLL, KoHceHeychnpenopeki
byHKUMOHaNEH P5 8 Bvazapus AMBYAaTOpHW nperaeam = AKTY&AW3MPaHW B rOg4MHITE
ApuHUMn 2005..., 2010, 2012, 2013

MNpumep: bonect Ha YnacoH Mpumep: boaect Ha YuAcbH

AOKA3BAHE HAYEPHOAPOBHO

3ABOSIAABAHE M ONPEAEAAHE HATEXECTTA CNEUMDPUYHA ANATHO3A JEMEHWNE I'IPOCﬂEAﬂBAHE
MY, ANDEPEHLMAZIHA ANATHO3A
b L‘EPHOAZ’)QGHO 336;“"5“6 & " Mecee'pym SHOGOHITANEA = D-penicillamine = EBosloUMA Ha
= Beaka dopma - oT beCMMNTOMHO 3a60nsBAHE - = ]
A0 geKomnercupana YL ¢ yenoxHenua - Ypuha-bazasHan = ApyrocneundnyHo nedexme 3abonABaHeTO
= [Ipu BCAKO YepHOAPO6HO 3a6onABaHe NpoBOKWPaHa Kynpuypus = Trientine, yui .
= QUeHKA HA TEXECT M YCNOKHEHHA (rect ¢ D-penicillarnine} % NopoGpssare,
UepynonnasmmH cTay1oHupaHe,
= QcTpnenmsoan Ha ngn;bsg%nemonwmwa n N Fleisch = JfleyeHne Ha HepHoApof)HoTo npoTpecvpane, yCaoKHeHA
BHEMUS), CBbP3AHN C E = Mpbeter Ha Kayser—Fleischer
HeBpo—ncwxwun HapylueHus 3abonnsare n YCAQKHEHWATE
MPT/KT Ha MO3BK MY - CUMNTOMETUYHO » TpocneaasaHe Ha edekTa
= KAMHWYHM, KPBBHU M3C@ABAHUA, MMYHO. OTMUHN, = [ApYri No-peaKA KNAHUYHA
BpyCrn maPKEpY, ApyTh A OT NpoBeseHo NeveHue 1
= VncTpymenTanni - abgomananna exorpadus ¢
Aonneposo nsciessare 6esonacHocTTa My
= (PIC-3aBAPNLM HA XPAHONPOBOAA M CTOMAXA = [eHeTUYeH aHanus = JjleyeHune npu GpeMerHn u
= YepHogpobHa buoncua - M ATP7B
= lpyri MHBAIABHM 1 HEMHBA3MBHM 3CAE/ BaHIA lyTaumd B ATP7B reda s KbpMauku

XPOMO30Ma 13

Mpwumep: Bonect Ha YniacwLH Mpwumep: boaect Ha YWUacbH

BOJHUYHA MOMOLL, ‘ ‘ AMBYJIATOPHO ‘ 3aTpyAHeHUs [ JOMbHUTEEH TPYZ, U CpesCcTBa
(Ha gobpa BoAan)

AT = SR RS = MexXay60/HM4HM KOHCYATal M
= KT 22 XPOHWHHM HEPHOAPOBHN * RemynapsuiaisonsnHaTentn = [gHeTMYeH aHa M3 (He e BKAOYEH B LLeHaTa Ha
3abongeanyia K I'I)
= Kn 6
prjégksamneucwpaﬂa epHaapobHa = 3paBaHe Ha NpoTOKOAM 3a - HOAFOTBHHE Ha NPOTOKO/IM 33 Ie4eHME C D-

KN 32 BICOKOCTIRLMaAV3MPaHI nevenue c D-penicillamine penicillamine (H30K)

MaHMMY ALK, HaNP. EHAOCKONcKko H30K
AvTVpane na BapyLy { ) L AOI'I'b/'IHI/ITE/'IHl/I KOHCYATauuun

NpoGMAIKTMKS HA KbPBEHE OT FOpHIS * V3BBPWEAHE Ha npernean

KM 2a ocTep kpbBOK3AMB OT TAT nabopaTtopHA 1
WHCTPYMEHTANHM H3CAEABaHUA = flncea 3an/sallaHe Ha U3Cc1egBaHWATa No

CnOpe NPOTOKOA, Ay —f1pU MpOTOKO/A B U3BbHBOAHMYHA NOMOLL,
HeOBX0 AUMOCT = Jle4eHune Ha 34paBHO HEOCUTYPEHI nLLa

PeumBypaupane 33 201
He ce BKAKOUBA reHeTUYeH aHa W3
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Kakso Mmoxxem Zja npeA/10)KmMm 3a

BOMHUTE Ha g 18 I. C MYKOBUCLMAO3a?

L] AmarHo3a, ApocneanBaHe U ae4eHWe Ha racTpoeHTe poNoruiHuTE
I'IPOG/'IEMVI B K/IMHUKNTE NO racTpoeHTeposorva B CTpaHata
- TPETO HWBO Ha KOMNETEHTHOCT

= (bBpeMeHa AMarHosa Ha Bcako 3abonsBaHe Ha TAT, Biu1. Ha
naHKpeaca, XX/TbYHUTE MbTULLA, EK30KPWHHA NaHKpeacHa
He4oCTaTLYHOCT
= Cnoped npenopbkute Ha BATE fcboTeeTHO EBNOpelickuTe 1
MEXAYHAPOAHN KPTEPHI (KAMHWMUHHN, NGGOPATOPHU, MHCTPYMEHTAHN W
APYTW U3CARABAHUA)

Peumbyperpare - ¢aMo 3a 60aHWYHa noMol no KM no
racTpoOeHTEPONOr A — NleyeHie Ha 3a60ABaHUATA Ha FOPHMA AW JoNeH
TUT, BucoKoCneUManmu3npari npoueaypu, 601eCTu Ha KAbYHUTE
MbTULLa A NaHKpeaca , YepHus 4pob

BrniousaHe Ha KoAa Ha 3abonasaHeTo KbM TAX, HO U 6e3 Tosa bonHWuHO
neyeHue e Bb3MOXHO ¢ ' M3AiBa — NaHKPEATUT, NaHKpeacHa
HeAOCTaTBbYHOCT, XONaHTUT, GMnMapHa Urposa u Apyr

Kaxeo MOXxem Aa Npea/ioKnMm 3a

bonHuTe Hag 18 r. ¢ MykoBUCLIUAO3A?

Hepeweru svnpocu
= 3annawaxe Ha KM (M3caeaBanunATa) B A060AHNYHA
NoMmoLL, UM 33 eAHOAHEBEH NPeCcTon

= PenmbypcyvpaHe Ha HOBM HEMHBA3MBHW MapKepu
3a amarHosa Ha EMH nan samecturento aevenme ¢
NaHKPeacHM eH3MMWN — €/13CTa3a 1 B U3MPaxHeH!s,
AnxaTesaeH Tect

= PermbypcrpaHe Ha 3amecTUTeIHa Tepanins ¢
naHkpeacHu eHsumn [Y XK, apyrun

MOP®UNPUA
LleHTbpbT Mo nopcupnm — yact ot
eBpornelickata mpexa

Ep(fiet.)

Axema Veanoesa,
YMEBATT "Ce.Usan Puncku"
Cogbust

[.EPNET ce hokycupa Bbpxy:

* [IpegocTaBsaHe Ha MHOPMaLMA Ha
nauneHTa (Ha co6CTBEHNS e3UK)

* BbHLUHA OLIEHKa Ha Ka4eCTBOTO 3a
paspa60TBaHe Ha CTaHAapTn 3a Ka4vecTBo
3a ANarHoCTUKa U KNUHU4YHa KOHCYNTaunn,

[I.EPNET ce dokycupa Bbpxy:

- YebG-basmpaH perncTup 3a ckbupaHe Ha
JaHHKW 3a nopdurpua ga nHdopmMmpa
KIIMHUYHA MpakTrKa

- PasnpocTtpaHsBaHe Ha MHopmMaumsa
3a 6e30MnacHOCTTa Ha fiekapcTea.

LieHTnore

L g
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

MbTAT KbM penknTe Gonectu (1 B8 ELL)

» AHaMmHesa
TpaHcpoHTaHenHa exorpadua npu + Craryc
» BasucHu uscnegBaHusa 3a CbLCTOAHUETO
AWNarHo3ara Ha peaku bonectu T —————

. I'IpeoquKa Ha aHamHe3sa, cTaTyc U napaknnHuka
» Pspaka natonorus — nnaH 3a WscreaBaHunsTa:

| - N0 BOCTBNHOCT 1 CITOXKHOCT

- M6 YecToTa Ha NaToNornaTa

Mpo¢. UBaH UBaHOB

» [eHeTUYHa guarHosa

TDE - NpocTo n3cnegsaHe 3a CRoXHW
EAuHCcTBEHMTE 2 yenosuAa 3a

BonecTtn?!
TpaHcdoHTaHernHa (o6pasHa) exorpacus
+ Crap metog, + [JocTbMeH (CpaBH. eBTUH)
+  OpWeHTUpPoBbYeH * JleceH 3a obyyeHne
+  Low-tech + BesBpegeH
* Bes 3sHauMMo pa3BUTHe B * Ws3BbpLLBa Ce 0T 1. AKyCTUUEH Mposopely
nocnegHuTe 10 roauHu, KMWHULMCTa — pbkaTa ©

TpaHcalocepa e 2. Anapar

NpoAbMkeHNe Ha MUCbMTa
* Bucoko MHOpMAaTUBEH —

n3rpaxjaHe Ha xunoTesa,

KOATO Camo Ce

NoTEbPXAaBa C APYIW

MeToaN

| pa
CpesoBe
Mbpea sajava:

» [lpes npeaHaTta choHTaHena
L] CTa HAapTHl/l WsknoysaHe Ha YecTn BonecTu:

» CuUMeTprsa Npu KOPOHapHN cpe3oBe Mepu-MHTpaBEHTPUKYIa pHI

» Bb3MOXHU Ga BCAKAKBW APYrv LOCTBMN, KOUTO KoBBOUINUB U

XUNOKCUUHO -NCXEMUUHE
M3ACHABAT CTPYKTYPHO 3CHaTa Ha HTepec eHLietharonaTA

MepusenTprkynapHa neskomanagns
MacusHU NepucbepHn xemoparuu n
XUrpomu

Knacuchukaums Ha BpogeHUTe MO3bUHU

Ponsa Ha TOE npw peakn 6onectu MaribopMaLym

Btopa 3agava:
1. OucpaduyHin cuHgpomn
Awarnosa Ha peaku GonecTn: 2. GauoTeneHue anonaTuu
* Bpoaern mandopmatym 3. HeBspoHamnHu MUrpaLMOHHN HapyLLEHUS 1
* Bpogenn meTaGonutHW sabonseaHns HapyLUeHWs B rpooGpasyBaHeTo
* Hakon CBA0BU Nesnn

. KnactuyHu nesun (cnep 3aB bPLUEHO MO3BYHO
paseuTue)
TDE e HeuyBCTBUTENHA NpPU: - HepenHn mancpopmauun
*  HayarHu HeBpoVHe KLMKN

¢ YecTUTe MeTaBoOMWUTHU HapyllueHns Ges
eHuetbanonatua

no Boxwmuosa B, 2007
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YecToTa Ha BpoAeHUTe aHoManum Ha LIHC

« Mo paHHU Ha HeoHaToMOrMUHo oTAeneHue B Benrpas, Copbus.

Camgenital CNS 205 | 2006 | 2007 | 2008 | 5 | Tmeidence
anomalies

acc 1 i 2| 00710
Arachnoid cysts 1 1 003 ;1000
CsD 3 3 5 1 | Cvyi10l
DWM 1 1 2 0.07:1000
Encephaloceles 1 L[ _oos: 100
Spinal lipoma 1 1| 003:1000
E 2 1 3 00
Hydrocephalus g z 1 Z 5 );‘i‘ﬁj
MCM T 1[_oos: 10w
Myelomeningoceles 1 1 5 2 D pacd00
Mictocephaly 1 1 T El RN
Schizencephaly 1 L[ _oositon
VGA 1 1 0.03 : 1000
v ie] s 7 5 w0 | Ci31000
Barths 7091 | 7070 | 7015 | 7012 | 28818 | 35 1030

Talle 1. The freqency of diffeent CNS congerital awmalies (ACC- Agenesis of e
corpus calleswr; CSD- Closed spmal dysaplusms; DYWM- Dandy-Wa
MOM: Mega cister magi; VGA-Veis: of Galen avienrysas)

Vasiljevic Bet al., 2012

Spin bifida occulta

* HoBopogeHo nrm kbpmave

* MycKyrHa criabocT Ha JOMHM Kp. tacMeTpus

*  M30CTABAHE B MOTOPHOTO PasBuTHe | nhence

Knnnmka:

+ JoMHa BANa napanapesa c/6es
Ta3BOPE3PEeBOAPHN HapyLLeHUs

©  KOXHW aHOMamuu- XMbTBaHe, MUIMeHTaLus,
KOCBHM

*  Apyrv aHomanun (VACTER)
+ Jvncea nogyTvHa Hag rpbOHaYHWA cTbNG!

NB! ®anwmes nonoxmTenHa Ro guarHosa Ha
spina bifida

hitp: /v jaypeejournals.com

HedbekTn Ha HeBpanHaTta Tpuba
(OvcpadnyHm cnHapomm)

1. spina bifida,

. cranium bifidum,

. s-ma Arnold-Chiari

LVacTemaToMmuenis

LVnnomuenus

. thukenpaH rppbHaveH mosbk (tethered cord)

o0 RrWN

Bw3HunkeaT B 3-4r.c.

Opyru exorpadcku
HaxonKku

* HAepmaneH cuHyc

» CnvHaneH nunom

Fitzgerald K, 2011. AJUMVasiljevic B et al, 2012

Opyrn exorpadckm
Haxomkm

* HopmaneH obpaz

Fitzgerald K, 2011. AJUMVasiljevic B et al., 2012

dayunorteneHuyedanonatum

= fecbekTyn B pasgensHe, AndepeHuaums v
cerMeHTUpaHe —5r.c.

*  xononposeHuecdanus
*  cenTo-onTuYHa Avcnnasns
s Klippel-Feil s-me.

Xornonpo3seHuedanua

* = HapylleHo pasjensHe Ha geeTe
rONMAMOMOEILYHN XeMncdepy.
+ MectoTa— 0,6 — 1,9/1000 HoBOpPOASHU
— Ho 4/1000 emBGpuroHa
— 50% - Tpuzomns 13

+ Bwaeee (cTenenn):

+ -anobapHa

+ - cemunobapHa

* -rnobapHa

* - areHesuns Ha septum pellucidum

o -
+  CbYeTaHn NMULEBW aHOMaNMK {40 LMKMonus) c/bes
MennMandopmMaTMBEH c-M

*  KnuHUKa — HecneLmdMuHa, 3aBUCK OT TexecTTa
Vasiljevic Betal,, 2012
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AnobapHa
xononposeHuedanua

» O6L, ronsm BeHTpUKyN ‘ g
= Jlunca Ha nHTpexemucdepha drcypa f .

= CneTtwn Tanamycu .
N

= Jlunca Ha TPeTW BEHTPUKYN
+ HopmanHa 344




CBOPHMUK C MPE3EHTALIUM U MOCTEPU

CemunobapHa xononposeHuedanus

+  OBL hpoHTaneH por, Ho ¢
rno-Neka gunataLus

+ YacTuuHo pasjensHe Ha
Tanamyeute

« Jlunca Ha corpus callosum
* Hanuuwe Ha HenbnHa
WHTepxeMUCdepHa ducypa

Agenesia corporis
callosi

TPE- cneLpmprueH obpas:
*  paguephn Gpasan
+ Bucok |l BeHTP.
*  “BUKMHICKW LUMNeM”
*  ycnopeaHW U KankoBUAHW NaT.BeHTp.
* Konnouedpanus

YecToTa 0,7 — 2% oT HaceMs
KUHUKa — OT acUMITOMATIAUH
HecneLmdpuuHa

onpeenaT nporHosara
ETtuon. — reHeTW4Ha, Bp- MHD-UU.. |

HeBpoHanHu MurpaunoHHn HapyLeHrua (7-
16r.c.) U HapyLLeHna B rupoobpasyBaHeTo
(26-28r.c.)

MopeHuedanna

JiuceHuedbanms, XeTepoTonuu, thokarnHn KopTUKanH Aucrnasiu,

NonNUMUKRerupna

nseHuedtbanna

XemumeraneHuedanns

AreHesns Ha corpus callosum

LlepebenapHn mandopmMalym — areHesns Ha
BepMuca, Ha MakomMos xemucdepuna, Dandy-
Walker s-me

ApaxHOUAHU KNCTH

AreHe 1A Ha CTBONOBU Afpa

no Boxwmhoea B, 2007

Agenesia septi pellucidi

* MuHUManHa nposea Ha HepasfensaHe Ha
TeneHuedanoHa

* bes creynduyHa KIVHWYHA KapTuHa

O-ITeKkU nesnu Ha corpus callosum

- YacTM4Ha areHesns — Mo-4ecTo 3a 3ajHuTe
yacTn (Tano u splenium),
- AUCTEHe3WA UNW xunonnasua (TeHuKk CC nnn
Wnca Ha NpeAHK eneMeHTH)

WUmaT neo-ronAme KNMHWYHE SHaYeHUEe OT
areHesuaTa:

- BTOPMYHM Ha ApPYIV Ne3nn - NepUBeHTp.

nNeBKoMmanauus, XuapoLehanus

HeppoMeTabormuTHo 3aBonseaHe ¢

aHTeHaTarnHa NposBa — MUTOXOHAPUATHA UIKn

NepoKcn3soMHa Gonect

- aHTeHaTamHu Nesun — BpojeHa MH-A, rect.
AnabeT, (eTaneH ankoxorneH c-M...

Ar pons Ha TOE npu MUrpaumoHHn n
rMpaLmMoHHN HapLUyHUA

s Cnaba 4yBCTUTENHOCT KbM NMesuun Ha
MO3bUHa Kopa (¢ U3KM. Ha NHcynaTa)

* [ Ha KOPTUKAMHU MUrpaLNoHHN
HapyLLeHWs upes cbueTaHu
aTpogNUHK fesnn

* Mo6pa [r Ha no-cpefnHHO
Pas3MNoNoXKeHW Nesun —
(nopeHUethanug, WwWrseHuehanus,
apaxHOUAHN KNCTU) AW Ha [UDY3HN
nesun (xemumeraneHuedanna)

s Ho6pa [ir 1 Ha LeHTpanHN choKanHu
KMaCTUUHU Ne3Ku (CRej MexemMuyeH
Uy XxeMoparmyeH nHdapKr)

Casus

Hete Ha 10mec. oT | BpeMeHHOCT ¢ apTepuanHa
XUNePTOHNA B NOCMEAHNSA Mecel,

PaxgaHe 37r.c., Tp 2450r, be3s acchukena

Ot 4Mmec B.- HamaneH o6eM akTUBHW ABUXKEHUS ¢
nsBarta pbka

10mec.B - KOHCYNTaunA — neka nssa xemunapesa

TOE — acumeTpryHa gunarauus Ha TANOTo Ha
AecHUA naTepaneH BEHTPUKY.
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Or aHTeHaTaneH nHgapkT (BEHO3eH?)

+ MPT 10mec..
*  ofpaHnyeHa AMnaTaunA Ha 4eCHNA NaT. BeHTp.
*  oKoMHa rnnesa

* YEBenu4eHa BeHo3eH KRBLEOTOK NepUBSHTPUKYNapHo B
06nacTTa Ha NesuATa u B XOPUOUAHUA NNeKcy e

Pong na TOE — Hacousa KbM hokanHa eryethanoknacmudHa
nesus
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dopma Ha bpoHTanHuTe

BeHTpUKyMHa aunaTtayus pora Npu AunaTaLus

» HopmanHa (kpune Ha
valika)

» HecneuwndunyHa —

n34esBaHe Ha

“ranusra’

* ﬂoﬁpa BW3yanusaynsa Ha noYT BCUYKKN enemMeHTn Ha
BEHTPUKYyNHaTa cnucrema

» ®poHTanHW pora — No4pobHOCTM 3a hopma 1
pazmepu
» HavanHa gunataumns — okpbIAHe Ha QPOHTaNHUTe

“MocTucxemuyHa” =
pora

AVcTanHa gunaTauus
* XugpouedhanHa-
“Mickie Mouse sign”

CodeTanna Ha B n OCATIN Xuapouedanus

* Hai-vyecTo aTpochuyHa
natoreHesa

» BeHTpuKyneH MHAEKC

{e cniyqan 33,33 : 72,46 = 0,460)

» [dvnatauus Haj cTeHosaTa

* MoHo-, bu- Tpu-,
YeTUpHBeHTPrKYNapHa

» TpaHceneHAVMHa pe3opbuma —
C-M Ha yBer. BbTpeyepeneH
HaTuek

* BbHLWHa X. — funatauus Ha
cybapaxHougHUTe
npocTpaHcTBa, Ho BUHarn ¢ B

AHomanun B 344
c/Ges
xuapouedanns

Mukpouedanus

+ [TbpBMYHA — BCM.
KpaHUocuHocTo3a
—cyeen. BYH n

TecHn CAM

+ HopmaneH obpas

Brepnuna —ecn.
MUKpo eHLiethanus
— € MO3B4YHO-

aTpodUUHN Nesun
W wnpoku CAM

¢+  Dandy-Walker

* Arnold-Chiari Il
{+spina bifida)

* ApaxHoujHa KmeTa

Vasiljevic B etal., 2012; e-medicine

Coiodi Lateral
Sibarachnoid  Fourth  Thid VeI choroit
space ventricle  ventricle

Casus pro Dg

Aqueduct
ofShvius gl

+—Contical subsrachnoicl space  0f Mono

* 2MecB.
*  oCTpo Havano

Arachnoid
granulations

*  COMHOMEHCTHOCT, MoBPbllaHe
+ BombupaHa dpoHTaHena

« TOE — gunaTmpaHu BbTPeLLHN 1
BBHLUHW nukeopHn np-ea;

- OTXBbprieHM ca:

- BBLTpelUHa xuapouedanus (YecTa)

- LieHTpanHa U MacuBHa nepridepHa
XeMoparms

- MO3bYeH OTOK

- [0 - ocTpa BBbHWHE (KOMYHALMpaLLa
XWj poLiechanmnsy

| Cerebral
Jugular microvasculature
foramen

Table 2: Propased classification of hydracephalus

Site of Obstruction Pathology

Choroid plexus papilloma

Foramen of Monro. Tumor, congenital anomaly, postshunt ventricular

asymmetry
Aqueduct of Syivius Congenial lesion, tumor secondary to extraventricular
obstruction
Outlets of fourth ventricle  Chronic meningitis, Chiari Il malformation
s Meningitis, post subarachnoid hemorrhage
Hemorrhage or infaction in infancy
Skull base anomalies, cangenital heart disease
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MPT - 13.5eH :

* paswpeHa N1MKBOPHa crcTemMa

* paswupeHa v. jugularis int., sinus
sigmoideus 1 sinus transversus
BASCHO

* CbMHeHMWe 3a TPOMD B sinus
confluens

MaHen w3cn. 3a Tpombodmnus —
aHTudpoconunugeH c-m ?

MexemusdeH nHdapkr B obnactra Ha
NEeHTUKYNOCTPUAPHMTE CbAOBE Cllef MUHVManHa
YM TpaBMa — psgKa, HO 3HauMa naTonorus

+ Ormmcanm 10 geua

+ [peguMHO B
KbpMadecka U paHHa
4.B.

NeHTUKynocTphapHa
BackynonaTus
+
TNexa UMT
+
UCXeM.MHCY T

Ivanov S, Zlatareva D, Pacheva |, Panova M. Does lenticulostriate vasculopathy predipose to

HecneumdmueH obpas Ha Mo3buel
oToK 2

*  XunepexoreHHW Gpasan

* MepuBackynapHa
XWUNeperoHeHHoCT (“TpamMBaiH
pencu’)

*  MepUBeHTPUKyNapHa Unn gucyil
XUMepexoreHHoCT

*  LENKOBUAHN BEHTPUKYTN
{HOpMarHW 4o 2Mec.B.)
20 aH B.

Nax pedurmt
pH 7,04, BE -20

*  BCMN. CUCTEMHW LMPKYNaTopHU
HapyLIeHUA (LIOK, XMMOKCHA,
XNNepKanHua)

*  BCMN. NbPBMYHO HAPYLLSH KMeThYeH
MeTabonmsbm

OcTtpa HekpoTUsUpallya eHueadganonarTus (ANE)

Nezuu B Tanamycu 1

me3seHuedanoHa

XunojeHcHW Ha KT

- xunepuHTecHu Ha T2 u FLAIR

- CYyBenu4yeHa unu HamaneHa
Aucpysus {ADC) Ha DWI;
namMenapeH naTepH

TOE — nobvp meto] 3a
HadarnHa AuarHosa u
npocrneAsBaHe

[MpocTpaHcTBO-
3aemaLyu nporecu

» Pegku
* PasHoobpasHu:

» Abcuecu
» XeMaTomu
* Tymopun
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3aknoveHne

T®E kaTo gUArHOCTVYEH METO4:

* KomnnemeHTapHa ¢ KNUHWKaTa — coHjaTa e
NPoAbITKEHNE Ha PbKaTa U MUCHLATa!

* [Ima MscTo 1 npu pefkute Bonectu!

» [pw cnellHOCT — BeAHara Npu XecnMTanusaumsTa
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4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

Bonect Ha Caroli

Npo¢. Pocen Magxos

Breencuus

C TIpez 1958 Jacques Caroli omHCBa KOMYHHIHPAIH KaBSPHOZHH
SKTa3MH Ha OHIIHAPHHA TPaKT, KaTO MPHHHA 32 XPOHH'THO
H KHBOTO2aCTPANIARAII0 XENATOOHIHAPHO 3a00/ABAHE.

[ 3aboIIBAHETO MOHACTOSIIEM € H3BECTHO KaTO GOTECT Ha Kaposm.
@ XapakTepHampa cc ¢ TopOESCTH HUTH BPSTCHOBHIHH Pa3 IIHPSHHS

" Ha HHTPAXENaTATHHTE FTHIHH TBTHIE.

" @ 3a00.IABAHETO € MHOIO PAIIKO H

" Hali-uecTo ce MposBIRA B ISTCKA BB2PACT.

" @ CunTa ce, U © BPOISHO

H BEPOATHO ¢ ABTO30MHO PEHSCHBHO HACIISIABAHG

Type | 5080%
‘J )= 'Jl( > lJ o
el o

Typell 2%

v

v
N

CxeMaTHHHO NPeACTaBsHS
Ha knacudukanmusara va Alonso-Lej
moanduraus a Todani :
-IA - M3pa3CHA KUCTHHHA AHNATALHS
Ha Bowdky ckeTp axenatanau KT
-IB — cerMeHTHa AHMATaUus, Haii-uecTo
JHCTAMHO OT BIHBAHETO HA d.
cysticus;
-IC - rnapka dysudopMena AnnaTaLusT
Ha EJXIT,
-II - AKCKPETOH AHBEPTHEYA
na EXXITL,
-IIT — munatauus ua gucranmus O
(choledochogele);
-IV A — MHOMCCCTBCHH JHNATAUMH H
ckc1pa- u unTpaxenaransure JKIL
-IVRB — MHOKCCTBCHH AHIATAUMH
na EJXIT,
-V — MHOKCCTECHH AUNATAIHH
camMo Ha HHTpaxenaranuure JKIT
= Caroli disease

Type lll 1.4-4.5%

v

Type V 20%

A e

TypelV 15-35%

CxeMaTHYHO MPECTABIHE Ha MHOKECTECHHTE CETMEHTaPHH
2 pasmmpenns Ha uaTpaxcmaTanante AL
- Tesu TopGOBHAHE AIIATALEE MOTAT A 3aCETHAT I CaMO ASCHUS 11065,
KaKTO € B TO3H CIyJaki.

Breeacuue

N
L

B ¢HIHOCT MEPBOTO CHOOILEHHE B ITHTEPATYPATA MPHHAIEKH
Ha Todd (1818, Dublin) — onucea cayyait ¢ KSTSH3HBHA JUIATAMHSI
Ha HHTPBXGI’IZ\T&J’IHHT@ JKITPYHH IIBTHILA.

& Mayo-Robson (1904) npukoBaBa BHHMAHHETO KbM CISCHMEH B
Hunterian Museum THIHdeH 32 Goectta Ha Kapori.

Vachell & Stevens (1906) onuceat 2a60I9BAHETO

e Brit Med Journal

IIppBoTO AETAlHO OMHCAHHE HA CHHIPOMA H JICHCHHETO MY

% ¢ HampaeeHo oT LeNaour (1941), o Caroli, Soupault et al. (1958)
, ¢4 Te2H KOHTO Je(QHHHPAT SK2AKTHO 2a50/LIBAHETO

H ONHCBAT PA3/IHYHHTS THIOBS Ha KIHHHYHO MPOABICHHE.

m

m

Brrenenue

? CrempaT HAKOTKO MyGNHKANHHE OT BOJCIH ABTOPH H KIHHHKK

= — Mayo Clinic — D. Nagomey
% — Lahey Clinic — Braasch, Deziel et al.

> B Bsirapis HMa HIKOIKO CBOOIISHNA 3a TOBA PAIKO 3aG0IIIBAHE —

Cr. bace, I1. Yepeenkor, P. Taiigapcku, 1. Jlamanor, P. Mamxoe

Komunanm caydan

“y
o

TTer mammenTa ¢ GozeeT Ha Kapormw

‘.
[

2 5KEHH H 3 MEXE

m

Ha w3pacT o1 24 10 38 rognnn

o

25 r. mpx — onepupan B Pb 22 ocTep KOpeM™
2 CefMHIH MPEIH HANIATA XOCIHTATHALHL

my

4 — MPETOMHHHPAILO aHTVKHPAHE HA JISBHA 100 Ha 1. Ipos

oy

1 - auchy2na dopMa — MPH FEHSTHHA HACHTH(QHKALIL —
xetepoaurotha CF MyTanms

CHMIITOMATOIOTHS

CHMOTOME ecroTa

Tlosumena TeMneparypa / BIpUCaHe 5

XomaHCHUT / XONAHTHOXENATHT

Kopemua Sonka /ropes AeceH KBaapant!

OBTypanmones HKTEp

Yooput cpbex

Bromero 06mmo cheTosmmEe

Tpuana ma Charcot

XemaToMeramisi

CrurenoMeranus

[N ESY IS0 SN R IS RV EF) RV

3aryfa Ha TeNECHO TELMIO
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= ? = ? V3]l — MHO:XECTEO XETEPOTSHHH H XHIIEP EXOTSHHH
-~ N JIMarHOCTHYHH METONH e _ A06pe AehuHHpany YEPHOMPOOHH TEIMH
i il CHMY/IHp AILH XCMAHTHOMEL JUTH METACTasH
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i e Tun IVA
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~ - —~ ¢
ek = ¥ amp
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- 9 —_ @
=9 =9
— -
= ® I
9 -
- @ - @*
= 9 = 9
= » = ®
- _
N e Xematobumapra dasa Ha SIMP — o
= KOHTPaCTHHAT MATEPHAT H3IIBIIBA JISHATE 4aCTHYHO = Jeuenne
it M [0Ka3Ba KOMYHHKalusA ¢ GHIHAPHIA TPakT  Bad
= 9 - 9
— 9 o 2
- ? - 2 g 3 . - omepupaHH B KIMHEKATa

2 9 = J KOMNS 33 OUHCTRAHE HA GHHZPHHS TPAKT,
== N _ ~ Tlocneasano or BJIA
- 9

1 1. - HacoueH 3a YCpHOAPOOHA TPAHCIUIAH TALUHA

- _IPN PN

_ 1 I — 0TKA3a OTEPATHBHO CUEHHE
_— ——
- e — >
- 2 -_ 2
- ® = B
= 9 = 9
= 2 -
e B
= 9 == *
=] =i
o ) B 3
= 9 - @
= S
o o 2 CHMITTOMATOJION¥SITA CE BIAJCE OT XOMAHIHT /
N 5 Boneerta na Kaposw ¢ psaa opma 5 XONAHFHOXEMATHT ¥ PaM-HETATHBEH CEIICHE.
- Ha BPOASHA 4epHOAPOOHA MaadopMALI, XaPAKTCPU3HPALIA <& -

s o ACOLMHPaHH IIATOJION Y HH HAXOAKH IIPH Te3H GOTHH 4eCTO Ca:
i © HHTPaxelaTalHH AyKTAJIHH AWIATALKH, YSCTO aCOLUHHPaH il
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_ ® B HHTpa- H SKCTPaXSMATAIHMTE YIbHHH ITHTHIIMA. ~_IPS — Meaynapha Hedpocnonrunosa
o B Kuunmuno ce npeacTass B A Gopmi: - — TonukucTiuHo GEGpeUHO 3a60IIBaHE
P — TlpocTa exTasis (m0-pAako) — PN — Bu6peuHa npeKaaHKCHa SKTa3ks
P 6e3 GuGpo3a K MOPTATTHA XHITEP TCH3I PN
Y - EKTZ‘S[/IH < @HGPDZ‘ HIHOMAaTo3a HDPTZ‘HHB XI/IITEPTEHB[/U! Y
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= 9 = 2
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I[aneql{u YCIOKHCHHA

g Bropruna GuimmapHa nuposa

g Ilopranna xumepTeH3 M

g CrmeHoMeranus

g YepHoapoGHa HEAOCTAaTEHHOCT
8 Esodarcanuu Bapruu

g Kepeene orIHT

8 XenaTopeHaacH CHHAPOM

8 Amunongosa

& XonaHTHOKapIHHOM

““'l "“l_l}f"ij\“['/"f\f\

EEEREEEEEEREERE RN

")

Jleuenne

Haii-no6praT TepaneRTIHYEH OAX0M € PE3EKIIATa
Ha Hal-TE&KKO aHa)KHPaHATa 4acT OT HEPHHA Apob.

TIpeAnoYnTaHATa HHTEPBEHIMS OT BOJCIIHTE
XEMATOOCHTHAPHE XUPYP3IH € TOGESKTOMUITA.

AKO YEPHUAT APOG HE € AHTHKUPaH JUPY3HO Ce MPEANOUnTa
HHTPAONEPATHBHATA XOJAHIHOCKONES M MIATALII,
TpamcxemaTanuu ApeHaxy H BIA.

Haii-mupoxo w3pppmeanaTa BIIA
¢ Roux-en-Y xemaTHKo-HeIOH0aHACTOMO3aTa.
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TTomacTosmem uepHoAPOOHATA TpaHCIIAHTALIHA
¢ Hal-1o6para aTTepHaTHBA, OCOGEHO MK
TIPOTpecHpall X0 Ha yepHoapobHaTa dubpoza
U HCIIOBJ/IHABAHC Ha CCIITUICMHUATA
oT GHITHAPHATA JEKOMITPECHS
¥ AHTHGHOTHYHOTO JICUCHUE.
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®U3nKaNHO neyeHue npu
TUPEOTOKCUKO3a C TUpeoua-
acouumupaHa opranmonartma u
3N10Ka4yecTBeH eK3opranm

Mpog. Tpoituo Tpoes,
A-p XpuctuHa MunaHoBa,
A-p Feopru Toaopos

SUBUKANHO NEYEHWUE NPU TUPEOTOKCUKO3A € TUPEOUA-ACCLMNPAHA
OOTANMOMNATUA U 3NOKAYECTBEH EK30PTANM

Npod. p-p T. Tpoes, aMu

BazepfoBara 6onecT @ XPOHWYHO aBTOUMYHHO
2abonseare. Hocu umeto Ha Kapn Anond chon Bazepor
— HeMCKW Nekap, KOMTO A OMMCBA 2a NPLB MLT Npea 1840
ropvHa. BonectTta e uaBecTHa ole kato BonecT Ha
['peiiBe, aBTOUMYHHA TUPEONATUA U UMYHHA
xXunepTrpeosa.

MpoTuua ¢ XMNepTUPeouaANILM U HanuuMe Ha
crelUcbUUHN aHTUTENA CPpeLLly PeLenTopuUTe Ha
LUMTOBUAHATA K623 23 TUPSOCT UMYTIUPALL XOPMOH

Haii-uecTo BhaHuKkBa Mexay 30 1 50 roguHu, KaTo
CBOTHOLUGHUETO MEXKAY KeHU N MBXe © 6:1.

/

Etnonorus:

3a Bb2HUKBAHE Ha 2aD0NABAHETO 2HAUSHWE UMAT 2 TPYMK
chakTopu:

eEHforeqHm chakTopy - cmsTa ce, Ye 3abonsizaHeTo e ¢
reHeTUYHa NPefUaNo2nLUS — acCoLMMPa Ce C HOCUTENCTBO
Ha HLA-D3 anTureHu. YHacnegsasaHeTo ¢ Hal-4ecTo no
ABTO20MHO-PELBCUBEH HAUMH.

eExzoreHHm chakropn - oBBUHSBAT Ce NCUXOTpaBMa,
BUPYCH, MHDEKLLMK, HAKOW Gram (-) BakTepuu, KOUTO
CbAbLPXAT BeNTLYHN AHTUTeHU, OBYCMABALLM KPBCTOCAHM C
LUMTOBUAHATA X163 UMYHHW PeaKL K.

-

MMaToreHesa:

Mpu BonecTTa ce [OKa3BAT aHTUTENA CPSLLY peLenTopuTe
Ha LUUTOBMAHATA X632 33 TMPSOCTUMYNUPALL XOPMOH
(TSH). ToBa ca T.Hap. TUPSOCTUMYRUPALLM AHTUTENA
(thyroid stimulating hormone receptor antibodies (TRAb). Te ce
npouaeexgat oT B-numcpountute Ha MHTpaTMpeongHuTe
NUMAOLMTHU UHCDUITPATH 1 B MANKWA KOTIMYSCTBA B TUMYC,
KOCTeH MO3bK M NepuchepHu NuMcpHN BL3nu. TRAD
namectear TSH oT pelenTopa My B LIMTOBMAHATA XIe3a 1
ce 3anaBAT 3a Hero. HacTbnea akTuBMpaHe kneTbvHaTa
afeHunaTuuknaza u obpazysare Ha LAM®, koiiTo
CTUMYNUPA CUHTE2ATA HA TUPSOULHU XOPMOHMU.
MoBULISHUTS HUBA HA TUPEOMAHW XOPMOHU BOAAT [0 HUCKU
HuBa Ha TSH.

lNaTorenesa:

ChlUecTBYBAT |BE XMMNOTE3U 3a 0BpazysaHeTo Ha TRAb:

eXunorteaa Ha Botazzo — fjokazaHo e, ye npu basegosa
BonecT TMpeonaHaTa KneTka e NpoMeHeHa — Cbibpxka
abHopmeH HLA —DR3 aHTureH. Moy BnusiHWe Ha rama
UHTepdhepoHa, KOIWTO ce NpoAyLMpa B NOBULLIGHU
KOMUUECTBA NPU BUPYCHN MHCPEKL MW HACTLNBA GKCTpecust
Ha DR3 aHTureH. Aktusupar ce T-xennepu, Kouto
crumynmpar B - numdpounTute Aa npoussexaar
TUPEOCTUMYNUPALLK aHTUTeNa.

/

[NaToreHesa:

* XunoTesa Ha Volpe — Npuema ce, Ue UMa reHeTUqeH
fAechekT B onpegeneHa T-cynpecopHa nomnynauus, Koaro
B flafleH MOMEHT (Hanpumep rog BMSIHWE Ha cTpec), ce
uanenasa. AKTuenpat ce T-xennepuTe, KOUTO CTUMYNMpaAT
B-numchoumnTuTe Aa npouaBexaaT TUPeOCTUMYNUpaLLy
aHTMTena.

Mpu okorno 70% ot BonHUTe ce OTKPUBAT W APYr1 aHTUTena
— TupeormobynuHosn(TAT) n mukpozomanuu(MAT). Mpwu
BUCOKOCTEMNEHHU CTPYMU Ce A0Ka3Bar 1
TupeouapacTexH aHturena (TGAB).

%

/

NaToaHaToMmusg 1 natodusvonorus

¢ Hanuue e ysenuyeHa 1 cUNHO BacKyNU3MpaHa
LUMTOBWMAHA XIe3a. POMUKYNUTE ca WIMBITHEHN C KONoWA,
B uHTepcTuyyma uma nuMcpoluTHa MHCpUNTpauus, a no-
KbCHO W (hNBPO3HU NPOMEHU.

* XMHGpTMpeOMFLVISM'bT yBenn4aea MHTEH3NBHOCTTA Ha
MeTabonurHuTe npouecu B opraHMaMa 1 gosexaa 4o
CbCTOfIHWE Ha XMI'IepMeTaGOJ'IVIS‘bM.

KnuHn4Ha kapTuHa:

Basefopara Gonect e XxpoHU-HO 3abonABaHe ¢ NOJECTPO Havano
- 3a ceAiMULM A0 Meceln, OCHOBHO Ce XapaKTepranpa ¢ 2 rpynm
CHUMNTOMM:

L.XUNepTUPSOHAHU (XMNepMeTaBomMTHY) NPosBK:

BornHuTe ca © NOBULLIEH aneTHT, HO BLIPeKN ToBa oTcnabBaT Ha
Terno, KaTo MoXe Jia ce CTUrHe [0 Kaxekcus.. Vma o6unHo
uanoTaBaHe, cybheGpUnuTeT, KoXara e Tonna W BriaxHa.
Habniogaea ce HapyLUeH FMIOKO3eH ToMepaHc, PAAKO KMMHUUHO
nasBeH saxapeH Anabet. MoHnxKaBa ce CepyMHOTO HUBO Ha
xonectepona. Hapylliea ce BOAHG-eMeKTponUTHaTa obMsaHa
(sary6a Ha Bofja, XMnepKare MUs, Karniuypus, Nonuypus,
xunokanuemmus), A-, B-, C- v ip. XMNOBUTAMUHOZH.

/
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KnuHu4yHa kapTuHa:

HaBl'IIOFLaBaT ce cnegH1Te NposABKM OT PasnMYHKU OpraHn 1
cncTemn:

eHepBeHa cucTema — eMoLMoHanHa nabunHoct,
MNaqrMBOCT, XUNESPMUMUS, NCUXOMOTOPHA NOLBKHOCT,
BLP3 roBOP, YCUIEHN CYXOXMITHO- HAZAKOCT HI pechriekcy,
TPEMOp, KOWTO e Hail-Be4e Ha pbueTe 1 e3uKa.

eMyckynHa cuctema — oTnagHanoct, obla cnabocr, necHa
yMopa Npu chU3UUBCKU YCHURNA, aTpochi s Ha MyCKyNaTypaTa
C napesu, satpygHeHu OBNXKESHWA — T.Hap. CUHAPOM Ha
TUPEOTOKCHYHA MUOMNATHA.

/

KnuHn4Ha kapTuHa:

¢ CbpAeyHo-CbAOBA CUCTEMA — TAXMKAPAUA,
EeKCTPACHCTONM, NMPSACEPAHO MbXAeHe, cUCTonHa
XMNEPTOHNA, aKUEeHTYMPaH MePBK CbPA,. TOH, CKaYalLm
kapoTuan, chyHKUuroHanHu wymose. MpossuTe ot crpaHa
Ha CbpAeYHO-CbAOBaTA CUCTEMA ca MO-XapaKTepHn 3a
BonHK Hag 50 rogMLIHa BB2PAcT.

* [acTpoOMHTECTMHANHW MPOABK — YecTy Aodieraluu.
BasepnoBara GonecT YecTo ce cbyeTasa C aTpochnyeH
ractpur 1 MeranoBnacrHa aHemus.

/

KnuHuyHa kaptuHa:

e [loncea cUCTEMA — MPU XeHUTE ce Habriogaea onuro- Unu
amMeHopes, aHOBYNATCPHN LMKIK, CHIXXeH thepTunuTeT.
BbamoxHa e GpeMeHHOCT M 0BUKHOBEHO NPOTHHA HOPMATHO.
Mpy MbxeTe uMa NpexxaeBpemMeHHa eaKynaums.

LuToBKAHA KMe3a — TA Hal-1ecTo e yBenuyeHa ot I6 go I
CTeNeH,HO MOXe fla OCTaHe W HenpoMeHseHa, Xnesara e meka,
nannaTopHo HeGoneaHewa, ¢ rmazki noGose.

O4HM NMpoMeHN — xapakTepH! ca ekaodiTanm, pAaKke MiTraHe
(CMMMTOM Ha Stellwag), H30CTaBaHe Ha FOpHUA Knenay npu
rormef, Hazlony (c-M Ha Graefe), HEOCTATBLUYHOCT Ha
KOHBepreHLUMATa (c-M Ha Mosbius), XMNeprnurMeHTaumMs Ha
KnenaumTe (c-m Ha EnMHek), peTpakuWs Ha KnenaunTte ¢
pasilMpeHa ouHa Lerka (C-M Ha Dalrimple).

KnuHnyHa kaptuHa:

2. EkcTparnpeongHu nposieu:

e NHcpunTparveHa eHAOKPUHHA odhranmonaTus. Ta Mmoxe
A3 HACTBMN NPeAM, MO BPEMe Ha Pa3BUTUe Ha BonecTTa
UNWM JOPW CNeq, HacTBNBaHe Ha pemiucus. Pasnuuasar ce 3
dopmu:

sEkaochTanmMuuHa chopma. Mpu Hes ce Habniogaea uapaseH
eKk30chTanM (oT 22 MM A0 Haf 30 MM no XepTen),
narochTanm (HeBL3MOKHOCT 3a NMoKpHEaHe Ha Bynba ot
KnenasuvTe), BCNeAcTBMe Ha KOSTO HAcTbNBA M3ChXBaHe Ha
poroBuuaTa u ce pa3snea kepatut. Mima noeuweHo
BbTpeoyHo Hansarane (BOH) v Gonku B o4HMTE sIGLAKM.

KnuHuyHa kaptuHa:

Excynatuena chopma. Tsi 6 ¢ no-uapaseHu cyBekTMBHU
onnaksaHusi:napeHe, fpazHeHe, drotohobus, cbnzeHe.
Hanuue e zauepsaBaHe Ha KOHIOKTMBATA, OTOK HA
GynbapHara KoHIOKTUBa, NannebpaneH oTok.

Odpranmonnernyta doopma. XapakrepHa & gunnonus -
Haili-4ecTo ABOIHUTE 0BGpazyn ca Npu nomeg, Harope 1
Koco.

* Xon: MndunrpaTueHaTa odranmonarvs npotuya
XPOHUYHO — OT 6-8Meceua 40 3 roguHin u nosevs. Mpu
HEeHaBPEMEHHO 3aMnoYHaro NeYSHUE MOXe fa HacTbNAT
TEXKN YCIIOXHEHWS — KepaTuT, NaHodTanMuT, arpocus

Ha n.opticus U cnenoTa.

KnuHnyHa kapTuHa:

¢ MpeTuBuaneH MUKCeLem — 2acsra ce npegHo-
cTpaHWuHaTa NoBLPXHOCT Ha noAbeppuyata. Koxara
CTaBa NIbTHA, CyXa, CTyAeHa, C rpyBu kocmu

¢ Akponaxvisi - cpella ce no-vecro y mbxe. Mpencraenssa
sapeBensiBare Ha kpaHuTe chanaHri Ha NPLCTUTe,
nopagy NepuocTanHo paspacTBaHe Ha KoCTUTe.

YcnoxHeHns:

Hall-TeKKOTO YCNoXHeHUe & TUPSOTOKCUYHATA Kpu2a.
MpoTuua BLpao U APaMaTULHO, C SKCTPeMHa TaXUKapaus,
Temneparypa 41 — 42 rpagyca no Llenauii, obunHo
U3NOTABAHE, TEXKA MYCKynHa cnaBocT, Auapusi,
noepLLUaHe, Aexuaparauns. Hacrsnear 2arpynHeHo
rLATaHe, AULLAHETO & yekopeHo. MNocTensHHo HacTsNBa
OS30pNeHTaLNS, 4ENNpP, KOMA.

a

MNapaknuHuka:

¢ MoHUkeH copyMeH XONecTepor, XMMepKanyueMus,
XUNOKAMMSMUA, HAPYLLISH TTIIOKO3GH TOMSPAHC,

¢ XopMoHanHu uacneasaHus: B 90% ot cnyvaute
noeuwetn T3 u T4 (pecn. FT3 1 FT4), HamaneH TSH. Mpu
6-8% e Bucok camo T3 (T3-Tokcukoza), a B 1-2% oT
BonHuTe e camo nosuieH T4 (Td-Tokcukoza)

* MosuweHn Tutpu Ha TAT u MAT

¢ MormbwareTo Ha 1317 B knesarta 6 NOBULLISHO Ha 2-A 1 6-
£ 4ac 1 ce NoHWXKaBa Ha 24-avac.

_/
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N3cneapaHus:

® EXOrpaus: NoKazea XmnoexoreHH 30Hu

. WHTUrpacons - UMa NOBULUGHO OTrnaraHe Ha

pagnoMapkepa B LUMTOBMAHATA Xnea3a.

gmarHosa:

¢ B Hauanoto Ha 3abonsBaHeTo NocTaBsHeTo Ha fuarHoza
© 3aTpyAHeHo (B T.4. u nNpu nekute chopmu Ha Basegosa
Bonecr). Mpu pazrspHaTta KNUHUYHA KAPTUHA, 0cobeHo
NPy NPOABEHU O4YHW CUMMTOMM, KOraTo UMa YronemseaHe
Ha WMTOBWAHATA ¥Ir1e3a, MOCTaBAHeTO Ha fuarHosata e
necHo.

¢ JuchepeHuuanta anartoza: Mpaeu ce ¢ ToKCUUeH
afileHoM, HauanHa ¢asa Ha NOAOCTBP TUPSOUANT,
TUPSOUAUT Ha XaLUUMOTO, cheOXPOMOLIUTOM, HEBPO3a.

/

/J'queHme:

¢ MepgukameHTozHO: TUpeocTaTuLu, Bera-brniokepu,
cefjaTuBa, NONMBUTAMUHU, NIeYeHUe ¢ PAANOaKTUBEH 0L,
1317,

* Xvpypruuxo neveHue: cyGToTanHa TMPEOUASKTOMUS,

. ¢M3VIOTGPaI'IeBTVIHHO B PaMKWTE Ha KOMNMEeKCHOTO
neveHne Ha GonecTra.

Mportoza: OTHOCHO *MBOTA Ha BONHUTE € BriaronpusTHa.
Briowasa ce Npy HACTBMNBAHE Ha YCIIOKHESHWA OT CTpaHa
Hal OYMTe, CBPLETO W 4p.opraHu.

ManurHeH ekzothTanm

Mpw okorno 70% oT BONHUTE C TUPEOTOKCUKO3A Ce OTKPUBA U
ouHa cumnTomatuka. Habniofasa ce neko uapaseH
eKaohTanMm, KOTo e [BYCTpaHeH, PSAKO efHOCTPaHEH.
XapaktepeH e narochTanm, BTPESHUSH NOrNeA, peTpakLus
Ha ropHUs KNenaY, PARKO MUraHe, M3ocTaBaHe Ha Knenava
cnpsiMo Bynba npu norneg, Hapgony, 0TOK Ha prba Ha ropHus
Knenas v napeaa Ha oveABuraTenHu myckynu. Cneg
OBnaffiBaHe Ha TUPEOTOKCMKOaTa OYHUTE CUMMTTOMU
npeTkpnsBaT 06paTHO pazBuTHe.

ManurHeH eksodTanm

ManurHeH eksocbranm ce Habniogaea npu 25%-40% oT
Bonnute ¢ Basegosa Bonect. BepoaTHo npu BbaHUKBaHS
Ha 3aBoNsBaAHETO YHACTBAT AaBTOMMYHHU MPOLECH, KaTo ce
[onycKa Y4acTHeTo Ha KIeTbYHO MeguupaHi n
SHTUTFNO3ABUCKMU MMYHHW MPOLECKH KbM PasninyHi
aHTUreHn Ha opBuTHaTa ThkaH. Mopaaun ToBa BbaHMKBA
MYKO2Ha CyBCTaHLUs 1 KPBITIOKNSTBYHA MHCDUNT paLus B
opburara U oueABUIATENHITE MYCKYMN.

A

y#)

ManurHeH eksodranm

* ManurHeH ekaodranm ce
Habnopasa npu 25%-40% ot
GorHuTe ¢ basenosa Bonect.
BeposTHO Npy BbaHUKBaHE
Ha SESOﬂﬂEaHeTO yqacresar
ABTOUMYHHU MPOLIECH, KATO
Ce flonycka yHacTUeTo Ha
KNeTb4YHO Megupadi U
AHTUTANO3ABUCUMU UMYHHU
NPOLIECH KbM padiinyHu
aHTUreHu Ha opbuTtHaTa
ThkaH. [opaau ToBa
Bb3HUKBA MYKO3HA
cyBeTaHumus n
KDBITOKNEThYHa
uncbunTpaums B opburata n
O4e/BUraTeNHNTE MYCKYITU. /

almos (bulging e&;]

Normal thyroid

Enlarged thyroi

iffuse goiter

ManurHeH eksodTanm

ManurHeHWAT ekaodTanm ce xapakrepuanpa ¢
nporpecupall ekzochTanm, oToK U 3a4epBsBaHe Ha
KrenaumnTe 1 KOHIKTUBATA, UHCYULNEHLUA Ha MyCKynuTe
Ha O4HUTE ABBAKY, AUNMNONUA U MOBULUGHO BETPEOUHO
Hansrave (BOH). Ouute ca kepeasouepsenu. Knenauure
He MoraT fja NMoKPUSIT POroBULaTa U KOHIOKTMBATA W T Ce
UacyLIaBar 1 epoaupat. OuHarta Abbnka e TpyaHO
nogeukHa. Moxe fja HacTENU HamManeHue Ha apuTenHaTa
OCTPOTa, C U3F1BA HA LeHTParH1 U NapayeHTparnHi
CKOTOMMW, BCNGACTBUE OT 3acAraHe Ha n.opticus. ma
nosuweHo BOH nopagw HaTUCK BpXY M3Nu3aLimTe oT
OKOTO BOHOZHU CHAOBE W BMOLLEHUS OTTOK Ha BETPeoYHa
TQUHOCT.

/

a

ManurHeH eksodTanm

IleYeHneTo Ha ManUrHeHMA eKSOdTI'aJ'IM OGXBaLLla:

s[lpunaraHe Ha XopMOHaNHa Tepanua 3a MekyBaHe Ha
Baseroearta Gonect ¢ TMpeocTaTHUM,

¢ [106po NOBMMABaHE MMa OT KGPTUKOCTEPOMAM Mo oBLL 1 NoKaneH
meT,

*Mpu noemiieHo BOH ce npenopbyear asxuapvpally cpeacTea;
o[pun HannuMe Ha Aunnonusa — Nivalin no cxema;

© XMPYPruuHo NeyeHne — opBUTHa [SKOMMPECHa Unin Tapsopacma
npM pasAseaBaHe Ha porosuuaTa.

/
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QUBNKANHO MEYEHWE NPU TUPEOTOKCUKO3A € TUPEOUT-ACOLUMUPAHA
OOTANIMOMNATUA U 3NOKAYECTBEH EK30GTANM

Npceds. a-p T. Tpoes, amu

B npeacTaBeHUAT KNUHUYeH cnyqaﬁ Ce Kacae 3a XeHa Ha
67 rogyHw, KOATO NOCTEMEA 3@ MepeK NET B KnuHuka
“@uankanta v pexabunuraumorta Mmeguumta™ — BMA cse
crefHarta guarHoaa:

Tupeotokeukoza — Basefora Bonect - ymepeHo Texka
chopma. TAD 28, 4a Knac-akTMBHA. 3NokavecTeeH
exsodorany. MNpugpyxaesawy sabonsasaHua: 3axapeH
ovaber - HU3T. Aucnvnuaemus.

©UBNKANHO NMEYEHWE NPU TUPEOTOKCUKO3A € TUPEOUZ-ACOLMWPAHA
OOTANMOMNATUA U 3NOKAYECTBEH EK30GTANM

Npod. a-p T. Tpoes, amu

Or aHamHezara:

BonHara e ¢ guarHocruympara bazefgosa Gonect npea
eceHTa Ha 2011 rog,., Mo NOBOZ ONMAKBAHUS OT PefyKLMA Ha
Terno, ckpuebreHs, TpeMop, U3NOTARaHe. 3anoyHana
neYveHne C TMPEoCTaTuK — MeTl/ISOJ'I7 no cxema, 3a eqHa
roAuHa, crief, KoeTo KeM Tepanuata ce BrIovea u J1-
TvpokeuH. B momerTa e B MeaMKaMeHTo3Ha peMucisl, Ha
choHa Ha BGe OLLe BMCOKU CTOWHOCTW Ha aHTuTenara.

GUSUKANHO NIEYEHUE MPU TUPECTOKCUKOSA C THPECUA-ACOLIMWPAHA
OGTANMONATHA U 3NOKAYECTBEH EK30GTANM

Opod. a-p T. Tpoes, amH

Oxono 5-6 Mecela cneq U3siBaTa Ha TMPeoTOKCHKo3aTa ce
naneasnsa TAO (Tupsong-acoumvpaHa odranmonarus),
NposiBsBALLA Ce C ManrHeH ek3ochTanm,0ToK Ha KnenavmTe,
ChNagHe, MoHAKora 4BOWHO BUXOAHE, N0 NOBOZ Ha KOWUTO ca
nposefeHn 8 nync Tepanun ¢ KC (metunnpeaHusonox) Gea
o0cobeH echekT. C yeTaHoOBEHA ANCIIUMUASMUA — HA Tepanus
¢ Jlunantun. OT Hap, 10 roAuHU & chbe 2axapeH AnabeT Tun
2, B MOMEHTa Ha Tepanus ¢ Miokocpazk 2x1000mg.

GUBNKANHO NEYEHWE MPU TUPEOTOKCUKO3A C TUPEOUA-ACCLMNPAHA
OOTANMOMNATUA U 3NOKAYECTBEH EK30SGTANM

Npod. g-p T. Tpoes, gmH

Nacneaganus — o1 M.05.2013roa,

A) JlaBopaTopHK U3CNE/BaHNS — B NApaKNMHUKATA HAMA
OTKIOHEHHS, C U3KIIOYEHNE HA ANCIMIMASMUSTA: 0BLL XorecTeporn-
4,33 Mmmon/n, Tpurnuuepuau-3,32 MMorn/n

B) XopmonanHu — FT4 — 18,7 pmol/l, TSH — 0,543 mU/L, TRAb — 17,42,
TAT-12,92, MAT - 59,78

B) Exorpacusa Ha Wt k.- 23/19>435mm, J11: 23/18>45. CTpyktypa-
HEXOMOreHHa,C HEACHO OrPaHUHYEHIU XMIMOBXOreHHM 30HU.

M K3M ot 08.05.2013roa — 6,3/4,1/5,1/5,7 MmMon/n

3. ComaruyeH cratyc — 6.0, ¢ U3K. LUMTOBMAHA Xre3a-yBenuyeHa Ib
CT.

GASUKANHO NEYEHUE MPU TUPECTOKCUKOSA C TUPECUA-ACCLIMAPAHA
OGTANMONATHA N 3NOKAYECTBEH EK30CGTANM

Mpad. a-p T. Tpoes, MK

4. OTanMonorUieH cTatyc:

- Npu 3anouBaHe Ha 3K OTepaneBTUUHOTO NeusHUs (11.07.2013ro4, )

. Mogbiug (+), Dalrymple (+), Graefe(+)
. EksodranmomeTpus no Xepten:
A
99-100
. TOD - 19mm Hg ; TOS — 22mm Hg
. VOD - 0,7 ; VOS — 0,9
. O4HU AbHA: Nanuna — ACHU rpaH UL, BUTarn., Cb086 1 MaKyJ'IVI-S.O.

/

GUBUKANHO NEYEHWUE MPU TUPEOTOKCUKO3A C TUPECUA-ACCLMNPAHA
COTAMMOMNATUA U 3NOKAYECTBEH EK3O®GTANM

Npod. g-p T. Tpoes, amH

5. Tepanua:

eL-Thyroxin 50 micr.gr. C.
eMethisol Smg —2x2t

e Concor 5mg C.
*Glucophage — 2x1000mg
eLypanthil supra 160mg B.
®Vigantol 1K./gH.

eCenen 2x1t

dusnorepaneBTMYHa nporpama

Ha BonHata ce HasHaum cnegHus CpMSVIOTepaI'IeBTMHeH
KOMMMNEKC:

eMarnutoTepanus — anapat Megasonic - ¢
NPOABIMKUTENHOCT 15 MUHYTW, NMIBTHOCT Ha MarHWTHOTO
none 20 Gs nuectota 5 Hz

eYnrpaasyk (Y3) Bbpxy knenayute ¢ Mometasone furoate
1mg/gung. BpemetpaeHe: 3’ + 3’ ¢ mowHocT 0,1 W/cm

MNayvenTrara nposee 15 AHEBEH Kypc Ha NeveHue.

SUBUKANHGO NEYEHWUE MPU TUPEOTOKCUKO 3A € TUPEOUA-ACCLMAPAHA
OOTANMOMNATUA W 3NOKAYECTBEH EK3O®TANM

Opods. o-p T. Tpoes, amMu

Cnea npoeexaaHe Ha dvanoTepanesTuyHaTa

Tepanus CyBeKTUBHUTE ONIaKBaHUS Ca 3HAUNTEITHO HAMANeu.
NauneHTkata e 6e3 ABOIHO BUXAAHE, HAMA 3a4HEPBABAHE 1 NapeHe
HA O4UTE, OTOKA Ha KINENa4nUTe & 3HAYUTENHO HaMansi.
QdoranmornoruyeH craryc:

eMoebius (+), Dalrymple (+), Graefe(+)

eExaodranmomerpus no Xepren:
T 20 mm

TOD - 16 mm Hg ; TOS — 16 mm Hg
VOD-0,7 ; VOS - 0,9

éo‘-IHI/l AbHa: nanuna- ACHW rpaHruun, BUTanHu. Cuaose n Maxkynu-
.0

Hanuue e BuavMMa peaykLMaA Ha eksodTanva n Ha ABeTe 04U,

_/
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3aknoyeHue:

Mpu 2aBBPLIBaHE Ha Kypca Ha NeveHWe ¢ huamkanin
chaKTOpK ce KOHCTaTUPa NofoBpeHne Mo OTHOLLGHUE Ha
cyBeKTMBHUTS ONNaKBaHWs W oBeKTUBHATA CUMMTOMATMKa
(ounus cratye). Crief, NpoBSLEH KOHTPONeH Npemef, ¢
ochbTanMonor ce NpelieHI, e He ce Hamara nocnefealla
nync repanna ¢ MeTunnpegHn3onoH no oTHoWeHWe Ha
TAQ.

SUBUKANHO NEYEHWUE NPU TUPEOTOKCUKO3A € TUPEOUA-ACCLMNPAHA
OOTANMOMNATUA U 3NOKAYECTBEH EK30PTANM
Npod. p-p T. Tpoes, aMu

MNpegnarame npu nayueHTy ¢ ManurHed eksodhranm, KoiTo
ce Habrniogasa npw okono 25%-40% ot BonHuTe ¢ baseosa
GonecT BLB (hUIMOTEPANEBTUUHUA NOAXOA Ad CE UMAT
NpeABUA CrIeQHUTE U3MOM3BAHN OT HAC UaNKamHM
chakTopu:

eMarHuToTepanus ckc ClegHUTe NapameTpu:

BpemeTpaeHe Ha npouefypata — 15 MUHYTH, NITETHOCT Ha
marHuTHoto nome 20 Gs n Yectota 5 Hz

#JTokanHo npunoxeHue Ha KopTMKocTepong,
YnrpadhoHochopesa 3’ + 3° ¢ Mometasone furoate 1mg/g ung.
¢ MowHocT 0,1 W/sm
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®dusnkanHo u pexabunuraymoHHo
NnevyeHue Npu cmeceHa
CbeaMHUTEeNIHOTbKaHHa 6onecr.
Cnyyaii OT KAMHUYHATA NPaKTUKA

Mpog. Tpoiiuo Tpoes,
A-p XpuctuHa MunaHosa, a-p M. leopruesa

@UINKATTHO JIEYEHRE Y PEXAEUSTUTALIVIA ITPH CMECEHA
CBESAUHUTESIHOTBKAHHA BOSIECT
npog. T. Tooes, AvH

BIE EAT ﬁﬂnnﬂﬂ.ﬂ-\d -
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GUIRKASTTHO SIEYEHUE 1 PEXAENU/TNTALINA [1PH CMECEHA
CHEQMHUTESTHOTBEKAHHA BOSIECT
apog. T. Tpoes, JMH

BUBHRASIHO Y PEXAEUTINTALIROHHO SIEYEHUE ITPY CMECEHA
CBHEAUHUTESTHOTEKAHHA EOSIECT
npog. T. Tpoes, gvH

PUIHKASIHO U PEXABUAINTALIMIOHHO NIEHEHHE [TPN CMECEHA
CBENUHUTETHOTEKAHHA EOSTECT
apog. T. Tpoes, gmH

@UNRASIHO U PEXAEUIRTALIRORHO JIEYEHNE [TPH CMECEHA
CLEAUHUTESTHOTEKAHHA EOSIECT
Apog. T. Tpoes, griH

@HINKASTHO U PEXABHSINTALIMOHHO JIEHEHNE (1PN CMECEHA
CBE[UHUTETHOTEKAHHA EOSIECT
npogh. T. Thoes, JmH
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@UIHRKASTHO STEHEHUIE 1 PEXAENTTATALINA [1PU CMECEHA
CBE[UHUTETHOTEKAHHA EOSIECT
apo. T. Tooes, JMH

@UIBHKATTHO NIEYEHRE U PEXASUITUTALIVA [TPH CMECEHA
CBEAUHUTESIHOTBKAHHA EOSIECT
Apog. T. Thoes, griH

PUINKASIHO STEYERYE If PEXABHITNTALINA 1P CMECEHA
CLEQNHUTEIHOTLKAHRA EOSIECT
npogh. T. Tpoes, gmH

DYUIUKATIHO NIEYERIE 4 PEXABIITHTALIVA ITPH CIMECERA
CBELQUHUTERIHOTOKAHHA EC/IECT
npogp. T. Tpoes, g

QUIRKASTHO SIEYEHUE 1 PEXAEN/TNTALINA TP CMECEHA
CBESRRUTETHOTBKAHHA BOSTECT
npogh. T. Tpoes, gmH

PUIHKATTHO JIEYEHRE U PEXAEUSTUTALIVA ITPM CMECEHA
CBESUHUTESIHOTBKAHHA 6C/IECT
npog. T. Tpoes, ghir

QUIRKASTHO SIEYEHUE U PEXAENTTTALINA TPV CMECEHA
ChEAMHUTESTHOTBKAHHA BOSIECT
apog. T. Tovoes, AMH

@UIUKATTHO JIEYEHRE Y PEXAEUSTUTALIVIA ITPH CMECEHA
CHEANHUTENIHOTBKAHHA BOSIECT
npog. T. Tooes, AmH
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QUIRKASTHO STEYEHUE U PEXAENTTALINA TPV CMECEHA
CBEURUTESTHOTBKAHHA BOSIECT
apog. T. Tooes, AMH

@UINKATTHO JIEYEHRE Y PEXAEUSTUTALIVIA ITPH CMECEHA
CBESAUHUTESIHOTBKAHHA BOSIECT
npog. T. Tooes, AvH

GUIRKASTTHO SIEYEHUE 1 PEXAENU/TNTALINA [1PH CMECEHA
CHEQMHUTESTHOTBEKAHHA BOSIECT
apog. T. Tpoes, JMH

PUBUKATTHO JIEYEHRE Y PEXAEUSTUTALINA ITPHU CMECEHA
CHEANHUTENIHOTBKAHHA BOSIECT
npog. T. Thoes, AviH

QUINRKAIIHO FIEYEHUE U PEXAEUTTHTALNA 1PV CMECEHA
CBESMHEUTETHOTEKAHHA EOSTECT
apo. T. Tooes, JMH

PUSUKATTHO NIEYEHRE U PEXABUTTUTALIVIA [TPH CMECEHA
CBEAUHUTESIHOTBKAHHA EOSIECT
Apog. T. Tpoes, griH

@UIHRKASTHO STEHEHUIE 1 PEXAENTTATALINA [1P0 CMECEHA
CHELNHUTENHOTEKAHHA BOSIECT
npoh. T. Thoes, JMH

@USHKATTHO NIEYEHRE U1 PEXASUSTUTALIVA [TPH CMECEHA
CHEANHUTENHOTHKAHHA EONIECT
npocp. T. Tpoes, ghH
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@UIHRKASTHO STEHEHUIE 1 PEXAENTTATALINA [1PU CMECEHA
CBE[UHUTETHOTEKAHHA EOSIECT
apo. T. Tooes, JMH

@UIBHKATTHO NIEYEHRE U PEXASUITUTALIVA [TPH CMECEHA
CBEAUHUTESIHOTBKAHHA EOSIECT
Apog. T. Thoes, griH

PUINKASIHO STEYERYE If PEXABHITNTALINA 1P CMECEHA
CLEQNHUTEIHOTLKAHRA EOSIECT
npogh. T. Tpoes, gmH

DYUIUKATIHO NIEYERIE 4 PEXABIITHTALIVA ITPH CIMECERA
CBELQUHUTERIHOTOKAHHA EC/IECT
npogp. T. Tpoes, g

QUIRKASTHO SIEYEHUE 1 PEXAEN/TNTALINA TP CMECEHA
CBESRRUTETHOTBKAHHA BOSTECT
npogh. T. Tpoes, gmH

Mixed
Connective
Tissue Disease

PUIHKATTHO JIEYEHRE U PEXAEUSTUTALIVA ITPM CMECEHA
CBESUHUTESIHOTBKAHHA 6C/IECT
npog. T. Tpoes, ghir

QUIRKASTHO SIEYEHUE U PEXAENTTTALINA TPV CMECEHA
ChEAMHUTESTHOTBKAHHA BOSIECT
apog. T. Tovoes, AMH
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@UIUKATTHO JIEYEHRE Y PEXAEUSTUTALIVIA ITPH CMECEHA
CHEANHUTENIHOTBKAHHA BOSIECT
npog. T. Tooes, AmH

» [pegBug Ha T BI To 8 B 06m;
Ha LUMHWNS yc, npenepbysame npy
113MpaHeTo Ha MPoLeAypyTe A2 CE MPOocH

CYOBKTVBHOTO CHLETOAHNS Ha

AABa

| B5KBAHEBHO.

lNpeanarame apy CCTh MpeBexaaHenc Ha 3 PTR-
TOAVLIHO ¢ BrioK; 1 LUVIBH

aopu.

> eflViH oT n3bpoeHyTe d




CBOPHMUK C MPE3EHTALIUM U MOCTEPU

MbpBUYHO-XPOHUYHA PopMma Ha

dusukanHu pakropu. KnuHunuen

A-p XpuctuHa MunaHoBa, a-p X. Makenosa,

NOAMMMO3UT — NOBAUABAHE C
CNyyait OT NPaKTUKaTa

Mpo¢. Tpoituo Tpoes,
a-p M. leopruesa

» [ATOUMYHONOTUA; B NuTepaTypaTa ca W3BECTHU A8 FPYMH AHTUTeNa, KONTO ce
VI3OM PaT NPH TOBA 3200 NABAHE-MHOMT-CNeL DAY HH-NCA, M MHOZHT-aCO LM paH -
MAAKBM MCA ce oTHacaT anti-Jo-1- , anti-Mi2-, anti-SRP aHTuTenara.Hanuunero Ha
€WH AW ABa THMNA aHTUTe a onpefe/a TexecTTa Ha KAH1uKaTa i AOHAKbAe NporHo3aTta
3a 3a6onaBaHeTo. Broparta rpyna ce W3on4par oT cepyma Ha nalleHTH ¢ M, korato
KAWHWKaTa ce pa3BuBa Ha MOHa Ha APYro aBTOMMYHHO 2abo/ABaHe.

» [aToNoroaHaToOMMA: HabiloAaBar ce OrHULUHA MW AUPY3HY KATHYHU MHGUATPATH,
CHCTaBEHA OT AUMMOLMTH 1 MAKPODArk.Te Ca pasNONOKEH H OKONO MYCKYAHHTE GHORH 1
MA/IKHTE KPBBOHOCHH ChAl0B€.B MYCKYAHHTE KNeTKM ce YCTaHOBRBT [iereepaTy i
NpOMEHY, aTEOMHA , HEKPO3H 1 LECTPYKLLMA Ha MACHHOPUINTE. HaiLie
WHTEPCTHLMANHA aTPOMUA, PHEPO3A KAKTO M NPOABH Ha pereHepaLiia e
MUODHBPUUTE.

Knuuuka : Bonectra yecTo 2anoyea BHe3anHo, caef, TEMNePATYPeH CTpecC Wil
VHQEKLLUA W B PAMKHTE Ha HAKOJIKO ALHM Ce Da3BNBA NLIHATA KM HWKA.BABHO M MOAMOMHO
Ce a3BHBAT CaMO NapaHeoNAACTHIHMTE MM-BOACILO B KANHHKATA WM € ACTEHO—
QULMHAMUIH VAT CUHAPOM HecTo CPK e C HOpMa/HW CTOMHOCTA, 32 pasnika OT JaBHllieHuTe
CTOMHOCTH NP KAGCHYECKIA TTM.OCHOBHOTO & KTHHIKATa Ha [IM € HaAndmeTo Ha
NPOKCHMAHA MYCKY/Ha CABOCT.EGIHNAT He MOKe f1a KfAKa, f.a CTaBa OT CTOA, Ad BAATa
pbUeTe.B TeXKKTE CTyuak BRaTHT YBHCRA, MBATAHETO Ce 2aTDY/AHABA, MOKe [la Ce ABAT

NpoBAeNM C fIBIKEHITO Ha rPhbilHaTa K/1eTka. Ao BOJIECTTa @ B KOHTEKCTA Ha ALpYro
ABTOHMYHHO 3a60/ARAHE, MUOIMTET C& PErUCTRHPA NO-KLCHG, NOPafK AKLLEHT Ha
CHMNTOMATUKATA BLPXY NPOABH OT CTpaHa Ha OCHOBHOTO 3a60/ABAHE- HEDPUT, KAPAKT,
apTpHT.

Onpexnenenune: MonHMUOINTLT- e pMaTOMUOUTHT(MM-AM) NPUHAAI KN KbM rpYNaTa Ha
XPOHMUHMTE VH(AMATOPHM MUONATHH-IPYNa OT Bb2NaHTeNHK 3aB0NABAHMA Ha

MY CKyflaTypaTa ¢/6€3 NP bKABALLIA KOKHM IPOMEHH, C HEH2BeCTeH NP UM HATEN 1
ABTONMYHEH XapaKTep,

EHMAEM"D"IOFHI:SEBOHHEEHETO MOXKe 12 Bb3HUKHE BLB BCAKA BLIPACT, HO Hal-Bede MeXALY
30 - 50 roAMHA.MzkNiauMTeNHO @ paznpocTpaHeHo & CALLLCpelia ce OTHOCHT@HO pALKO-
0.5-8.4 cny4a Ha 1 MOH. [10NYNaLMA.CLOTHOIWE HMETO Ye pHOKONK M e e 5:1/3:1.8 no-
rofAmMa CTeneH KbM 3aB0AABAHETO Ca NpeApaznofoKerH HLA-AT ,HLA-B8 , DR3-
HocHTenHTe.

Etuonorus: v e UMYHHO-MeAWMPaHC 2abosApaHe.Moke fa ChULECTBYBA CAMOCTOATE/THO
WKW B KOHTEKCTA Ha APYIre aBTCHMYHHO 3260/1ABaHe—| PeBMarToMAeH apTpUT-PA, CACTeMeH
nynyc epuTemaronec-CIIE, NPOrpecHBHa CHCTeMHa Ckaepo3a-T1CC, CHHAPOM Ha ClorpeH,
CRNePOLepMa.TIM MOKE A3 BbAe OTKAKYEH & XOAA HA Pa3BHTHETO HA RAMH MANATHeH
MpPOLLec— B KOHTEKCTa Ha NapaHeONNaCTHIEH CHH A POM.HecTo, NOABATA Ha CUMNTOMATMKATA

Ce acoLMNPa C BUPLCHA HHpEKLLIA-Coxcakie virus B, ECHO-virus, HTLVT,HIV,rpunHi
BHPYCH, AREHOBNPYCH.

MaTtoreHesa: Mpu GMONCAA HA MYCKYIHA ThKAH, 2acerHara or 2aboassaHeTo, ce M3onupat
TE-KNRTKI(LITOTOKCUY KU T-MUMBOLUTU-COBYI UM POLUTUTE, 326L1HO € MAKPOPATHTE,
MbPBOHAYANHO 32061 KAMAT 2APABY MYCKYAHK (BHBPH, OBKPLAABAT Iy CTHAIOYBAT Ce
LATOAMTHUHM NPOLLECH N0 ABTOMMYHEH MexaHH3bh W MyCKYAHaTa KAeTKa 2ar Ba.Bi pycuTe,
CNOMEHATH NO-rOpe, BEPOATHO AHPEKTHO ATaKyBaT MYCKY/HATA KNETKA 1 YHULLOKABAT
ChA0BUA €HAROTEN.OCBODOKAABAT C& LLUTOKUHN, KOMTO OTKAKMBAT ABHOPMHA eKCTIPecHa Ha
C-rNaBH WA KOMMISIEKC Ha ThKaH HaTa CLBMECTHMOCT W TaKa 3aJeACTBaT MyCKy HaTa
LECTPYKLMA.[IATONOTHYHKAT MMYHEH OTTOBOP @ HACOYEH CPeLLY HYKNeapHM
LI/TOMNA3MATHYHY @BTORHTHTEH Y. YCTaHOBEH € NpK 60-80% 0T nalliexTnTe ¢ NMM-AM.

JuarxHosa

AnarHocTHHK KpUTepHH 3a MVE bonecTy Ha e e PA,
ckynHa cnabocer CJIE, NICC, NAH, bonecTHa BexueT,

MOBY WeHO CepYMHO HUBG Ha CPK MnK 'bl‘ﬁwomﬂaﬂﬂ‘ﬂ

anponazara BPOIOTHYHY 3

MyckyiHa 607 Ka(CNOHTaHHa WK NPH

HaTUER )

Audepenunania pnardosa

60 nABaH A M
TPO(UM; AleHepBaLliOHHMI
52607 ABAHHA~ CIHHATHA MYCKY fHa

EMI- AaHHY 2 MAOTeHHO YBpeKaaHe
AHTH-JO-1 aHTHTeAA
APTPanTUn NAH HEfLeCTPYKTUBEH apTPpUT
MpoABK Ha CHCTEMHO 3a60/ABaHe -
Temnepatypa Hag, 37C, asullienn
conong CPK, BiCOKO CYE- Hag

h

XUCTONOTUYHN AAHHM 33 M;

aTpOGUA, AMUOTPOGUIHA NATEPAIHA
CKJJe[O03a: HEPBHO KYITHH
SAbonARaAA myasthenia gravis:
nepudepHi HesponaTur- AnabeTHa,
CUHAPGM Ha MAeH Bape)

HeenaasMu- napaHeonnacTuier
CUHAPOM

MUONATHMU, CBEPIAHU € MeLUKAMEHTH 1
MHTOKCHKALLAH~ ATTKOXOI, X/OPOKBAH,

BL2NaneHne eHananpra, KOPTHKOCTEPONA K, A. -
MeTaBoAMTHM MAONATHH
H;m Hanuque Ha noHe yeTHpu mee;nm EHLOKPUHHY 2aBonaBanua-xunep
, AnarHozata [l XUNOTHPEOU AH3LM, BONCCT Ha KbUIMHT,
Ha Bonect Ha AaUCOH
or naﬁo paTop wme Genezn ce
HaﬁmullaaaT oLIJ.e
DUB: mHoreHa vyl Meweua NeRKOLMTO3],
aHeA. Bb2 MOKH I ca
ep uornommemm
MHOFHOGHH\‘ UA, MOZUTUBIPAHE HA
MCA/

Jleuenne

MNepopanHo ce Ha3Ha4aBaT KOPTHKOCTEPONAK - B HA4ANOTO BbB BUCOKK AO3M,
KaTO Cr1efl OBNAAABAHE HA OCTPHA MOMEHT O3MTE Ce PedylUMpaT A0
MUHUMARHK , NOAAbPKAULK.TIPpK Texkn Crydan- MeTUANPeAHNIONOH i.v. No
cxema. UMyHOCYNIpecopy ce npunarat npu pedpakTepHu Ha Tepanus ¢
KOPTHKOCT@POKAWM C/lyHan, Npyu BMCOKA NodAbpkaula 4o3a KC, npu
NPOTHBONOKAa3aHMA 3a neverne ¢ KC-Methotrexate, Cyclosporine no cxema.
HCNBC

Mnasmadepesa
Tepanua ¢ UMyHOBEHHH

W3cneppaHma, neyeHne

OT NapakAMHMKaTa-TKK - B HOPMA, /IeKO M3Pa3eHa /IeBKOLMTO3a, HUCKOCTeNeHHa
xunoanBymuHenmma, CPK-355- 2asuieHa.OCTaHanuTe BUOXMMUY HI NOKazaTenu ca B
HOpMa

EMI— A3HHH 2a MUOTeHHA MbPBHYHA YBPRAA HA MPOKCHMANHITE MYCKYNM Ha phleTe,
KAKTO M NOMHEBPWTHA YBPeAa HA KpaitH MLMTe- CeH30MOTOPEH TUN-YMepeHa
cTeneH.flaHHi 2a NPefHOKOpeHYeBa YBpea Ha HUBO L4-5, ST-AByCTpaHHo, AnabeTHa
NoAKMHeBpONaTHa.

EKF 1 ExoKl'- naHHu 2a HanpeaHana CH

ODTANMONOIUYEH CTATYC @ angiosclerosis retinae hyperionica- 2-3 gr.

Tleuenue: vesikameHTOZHO eyeHue: Imunovenin- 3 AHu, no 20 amn. 3a 24 vaca, i.v.,
NyJIC Tepankin, Bcekn Mecell.Ha NOAABPAALLA TEPAT WA 33 OCHOBHOTO 3a60/ABane 4 NbTh
no 5 Mr., Meapon.ChnbTcreaata CCC CHMMTOMATHKA U AHABETHT ca Me KaMeHTOIHO
KOHTPOH paKH.
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ONA2KBAHWATA Ha NallUeHTa AaTHPaT OT 1998 rofrHa. CHNPOBOAGHM Ca ¢ GTNAAHANOCT,
necHa ymopa, NpeiMMHO B NPOKCHManHUTe MpYNH Ha Kpal HULUTE.OT KiMHHYHMA
npernef n b3 0CHOBA Ha MYCKY/HaTa Buencud e AHATHOCTALKPAH MM-NbPBAYHO—
XPOHWYHE (POPMa.3anoUuHaTO e jedeHre C BUCOKH 03N KOPTUKOCTEPOK LM, C NOCTeNeHHa
pefy KA Ha 1031Te, HO C HenbjleH edekT.fge TOAMHN NO-KLCHO, Ha POHA Ha TepanuaTa
C KOPTHKOCTeROMAM pa3ByiBa AMaBeT.OT TOraea e Ha NOCTOAHHA Tepanua xa nnabera-
HWM334, BTOpH TUN.MM e BUn fekyBaH U C MMYHOCYNPRCOpM No cxema.OT 2001 roanHa
CLCTOAHNETO NPOrPeCcHBHO Ce BAOWABA— CHAHO 3aTpyAHeH e B AEX.OT naGopatopnara
Ce YCTAHOBABAT CU/IHO 3aBM IEHN CTOMHOCTA Ha CPK. 2002 rofinHa ce oTYMTaT YecTi
NPUCTBNA Ha MapoKCUIMaNHa Taxu KapaAuA- EKM LaHHW 32 BUCOKOURCTOTHO NPeAcspAHO
MbkaeHe.2007 FOAMHA- NpeKapaH obWKpeH npefeH MyOKapAeH nHpapkT.Crobulasa 3a
ALAFOrOAVILHA APTEPHANHA XHNePTEH3HA. Kbh HACTOALLA MOMEHT Ce HaBAi0/|aBa TeXKa
MYCKYAHa cnaboct B MYCKY/IMTe Ha paMeHeH NOAC 1 cefanuilie, BGonku M oTOK B 0GnacTTa
Ha rNezeHHid cTagr.Mpes anpia 2013 roflnHa- AHarHoCTHUMpaHa HCKoBa Bonecr.

OT JIOKAfHUA CTATYC- OF/1efl- NOXOAKA- WA ALY, C @1HO MOMOLLHO CPECTBO.[PHBHAYCH
CTb6-neka NaTepodeKCHA HAAACHO- PeTPaKLKA Ha NapasepTebpanta Myckyaarypa
BAACHO.BL3 OCHORA HA HANPABEHATA CAHTVIMETPHA W LrAOMETPUA: H3paleHa XHNoTpOpHA
Ha MYCKY/MTe Ha 6paxuyM i aHTeBpaxHym;xnNoTpogHA Ha 1asa Gedpena

MYCKYNGTYPa XANOTPOMHA HA FAYTean Ha MyCkyaTypa.60fKa it OTOK B re3eHHuTe
CTagn.MMT 2a MYCKy/Ti Ha BPaxMyM i aHTEBPaxXMyM- GKOMO 3, Ha MYCKYH Ha Beppo-
okoio 3, Ha noabeapuua-okono 3.

OT 0B1ua HEBPONOTUYEH CTATYC: CLXPaHeHU HOPMAHU PedAekcH, NHNCRaT NaTeACTHIHY
pedneKcy Jlacer-aBycTpaHHO NonokuTenen. Toukn Ha Bane, 8 0bnacTTa Ha L3-4-5, S1-
ABYCTPHHO +. M3TpbnBaHe C xunectezua 8 obnacrra Ha planta pedis- 4epMaToMHa 20Ha
Ha n. plantaris lateralis, n. plantaris medialis, n. peroneus prefundus.

Pn3noTEpaneBTNYHA NporpamMa

Mpeasua oBULOTG YBpe AeHO CHCTOAHKE, Ha NALMeHTa He ce NPeANKCa KHHe3uTepanma—-
BMCOKN CTOMHOCTA Ha CPK 11 OMACHOCT OT PeakTMBALMA Ha NaTONOTHUHMA aBTONMY HeH
NPOLeC B KOHTEKCTA Ha OCHOBHOTE 3abo/ABaHe.
Mpefens, GosKATe B NyMBANEH OTAON, C HPALHALWA N0 X0Ja Ha . ischiadicus—
ABYCIDAHHO W XUTeCTE NS 06naCTTa Ha planta pedis , Ha MauyeHTa ce unuca

ac Nivalin 5mg/1ml, Ki - HainbkHa MeToArKa. [bpBH W BTOPK feH— 15
MMH,TpeTM W OCMM ZieH— 18 MiH, A03a- 3,5-5 M

xg]:n_amu%m_c Voltaren emulgel 1,16%- 0.4W/cm2, 1 MHz, 100%- nymBanHo
MapagepTebpasHo, naduaeH MeTos,

OBLIVAT KYPC Ha flede e NpoabA 8 AR, 1) Nivalin ce BbBeje TpaHckyTaHHo,
ABYCTPAHHO NNaHTapHO.B paMkiTe Ha MPOBEe KA KY[C ce OTDE/IA2a B2BPbLIAHE Ha
UYBCTBMTE/HOCTTA, NOAOGPYU Ce NAAHTaPHATA (h/IeKCHA.Bee olle OCTaHa efiHa feka
XUMecTe3un, N0 U3pazeHa eiABo.M3N0M3BAXME METOMA HA €1GKTROMOPe2a , 3a fla MOKeM
33 OTHOCHTE/IHO KPATKO BREME, MAKCHMANHO Ad HACHTMM Me LUKAMEHTGIHG 3acerHaTHTe
TLKAHM, T.€. 13 Cb3A31eM TPailHO NCAKOKHO AEN0, OT KORTG Me fUKAMEHTLT A3
NPOALIAH Aa C& H3N4B3 HIBRCTEH NEPHOA Cles Kpad Ha ky pca.ycnaxhe Aa nopotphs
NeRHRERPHOTO KpbBOCHabAABaHE 1 Aa 00e3BOANM KpbCTHATA 0HAMPH CHia Ha Toka 3.5~
5 MA OTYeTOXMe 1,.06pa akTUBHA XUMepemia B 061aCTTa Ha KaToAa.

C Y®0 kynnpaxme BonkaTa B KpbCTa B paMKiMTe Ha NPOBEAH UA Ky pC.OCTaHa efHO
yeelaHe 3a TeecT B Kppcra v eka GonezneHocT- npeAUMHO B 0DA1aCTTa Ha
CakpouAMadHuTe CTasn. OCBeH /I0KANHWA eekT, KONTO Ce aTYeTe, QYaKBame 1 No-KbCeH,
pednekTopeH eekT, KOHTO Aa NOANOMOrHe MefnkaMeHTO3HaTa Tepanna.




4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

3aKnKyeHue

M3bpanuTe NpoleaypH MMaxa kyMynaTueeH edekT- Ha NallkeHTa ce ocurypu
£,00p0 HUBO HA aHanresna B npobnemnata obnacr.Mogobpenne oTHeTOXME K
NG OTHOUIEHWE HA CeTHBHOCTTA.MoAoBPM ce W nepudpepHoTO
KpbBOCHabAABaHe.

B paMKuTe Ha NPOBEL,EHMA KYPC OTHETOXME 3HAUMTEIHA PeAyKLMA Ha
oTnagHaTa CMMNTOMATMKA(CETMBHO-MOTOPHA) M Ha BONKOBKMA CHHAPOM.

Cnea kynupake Ha 6onkata, oTYeTOXME YBeJM4eHMe Ha ofieMa Ha ABNkeHWe B
KO/leHHY 1 B Tasobeapeny cTaem{konAKKa cTasa: Hauanew obem-55-0-
110;kpaen obem 75-0-180; Tasobespera cTasa:HadaneH obem:75-0-
30;kpaeH obem: 80-0-45)

Hamana Gonkara v oToka B re3eHHa crapa
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

Cecua g4
MbpBUYHU umyHOAedULUTH —
eKCcnepTHU ueHTpoBe B bbarapua

Mogpepatopu: Mpo¢. Enncasera Haymosa
Mpo¢. Mapuana MypaxkeBa

MbpBUYHU MMYHHU aeduUunTK B Bbarapua — eKCNnepTHU LeHTpoBe U
perucrop

E. Haymoea, M. Mypodxceea, M. banesa, H. lewesa, I. NepeHoscKa,
r. Mempoea, M. Cnacoea, A. Muxaitinoea, C. Muxalinoea

MbpBUYHU UMYHHU AePULUUTU — eKCNepTHA A4eUHOCT 33 AUArHOCTUKA U
neueHue 8 YMBAN ,,Cs. Neoprn”

M. Mypadxceea, M. Cnacoea, M. boweesa, X. BypHycy308,

C. AepmeHoxcues, T. Monoea, I1. Fapoxcesa

UmyHusauum npu umyHoagedpuuyutu
M. banesa, C. Muxaiinoea, H. lreweesa, C. /lecu4kosea, E. Haymoea

ABTOMH}NAMATOPHU CUHAPOMU — OTBbA, XOPU3OHTA HA NO3HATOTO
b. BvpbaHosa
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4-TA HAUMOHANHA KOH®EPEHLUA 3A PEAKWN BONIECTU U NEKAPCTBA CUPALIU
1-BA HALIMOHANTHA KOH®EPEHLMA NO PEAKU BOJIECTU 3A CTYAEHTU NO MEAULIMHA

MbpBUYHU UMYHHU aAePUuUTH
B bvarapua -
€KCNEePTHU LeHTPOBE U PerucTbp

Mpo¢. Enncasera Haymosa

PeweHus Ha Kpbrna maca

“MbpeNYHUTE HMYHOOShHLUNTH - peAKH GoNlecTH BbE
chokyca Ha UMYHO/IOTHYHHUTE EKCNEPTHHU LeHTpoee"

3-ta Ha 1Ha KoHdep no peaku Sonectn
centeMepM, 2012, MNnoepue

B YTBLpAMXA Ce aAropuTM1TE 3a
AMArHOCTMKA M nevenve Ha NMWA

m  [Ipue ce KOHUSNUHMA 3@ NITPaXKAAHES Ha &
eKcnepTHH ueHTpoBe no NMWA 8 PErarapusa

B [logHOBARAHE Ha KOHTakTuTe ¢ H30K 1 M3 BbR
Bpb3ka ¢ npuemane Ha KM “MUA" n
peMMGypcHpaHe HA HAKOM fIeKapCTBeH!
npoayKTH 3a Tepanusa Ha M4

B Ja ce cbCcTaBu W u3gafe Hapbunuk za MWL

Cnen 3-taTa HaumoHanHa KoHdepeHUMs Mo
peaku 6onectu B Mnoeaue npez 2012r.

O bBvnrapckata Acouvauns no  KnAuHUHHa WUMyHonorus
Haco4u yCUnuaTa CA KbM I'IO,qupﬂBaHe BBH3MOXXHOCTUTE
3a  AMarHocTMka W NeYeHWe  Ha  MLpBUMHUTe
UMyHOAedULUUTA B CTPaHaTa KaTo  Hal-2HaquMu
UMYHONOrMHHO-MeAUUPAHU peakn GonecTu.

O OcCHOBHUTe MOCTUXEHUS BLEB Bpb3Ka € ToBa Mpes
U3MUHanNaTa roguHa ca ABe:

O 1/BkNoMBaHe Ha KNMHW4YHa MbTeka N 306 ,JledeHue Ha
fokazaHu MUA" B MocraHoeneHWe N°5 Ha M3 oT
10.01.2013r.

O 2/ctapTUpaHe Ha fAeiHocTUTe Mo  OTNyCcKaHe Ha
nekapctea oT H30K no HapeaGa 38 3a neYeHWe Ha
MLPBUHHUTE UMYHOAEdULMTU B M3BBHEONHUYHaTa NoMoLy
nTMM:'I'_lTTI'

CdpopmMupaxa ce Ha dpyHKUMOHANEH NPUHLUMN ABa
EKCnepTHM LUeHTBPa B YHUBEPCUTETCKUTE
6onHuuM ,AnekcaHgposcka” B Codug u
,CB. leopru” B MNnosaue

O bBonHU ¢ BpoAeHU AecbULIUTH NpeMUHaBaT Ha MepuUoaU-HO
nedeHKWe B CTalMoHapa Ha KnMHWKaTa no UMyHonorus U
KnuHukaTa no geTcku Sonectd npu YMBAJ]
JAnekcaHaposcka” 1 KnuHukaTa no fdeTcku GonecTu Ha
YMBAN ,Ce. Meopru”.

O Yeenuquxa ce Bb3IMOKHOCTUTE 3a noaofpsisaHe Ha
UMYHONorM4HaTa AMarHocTuka Ha M Hpes BbBexAaHe
Ha HOBW TecToBe.

O Cb3fanoxa ce cnellandzupaHid KOMUCUU C YHacTUETO Ha
WUMYHON03U, NeAWaTPK1, aneprofosn, aTopuUHoNapUHrono3u
U APYTU 2a U3NUCBaHE Ha U3BBLHBONHUYHA 2aMecTUTeNHa
Tepanusa ¢ UMyHOrNoGyIUHU (MHTpaBeHo3eH U
cyBkyTaHeH) U Cl-ecTepazeH UHXUGWUTOP {pPerucTpupaHu
ABa npenapaTa).

PerncrpupaHu 10 HoBu nauumeHTn c NG ot

Perucrpupanu c MU naunueHTN - 06w 6poii=123

Hosenoriia egnHiLa Epoit

naLMeHTH

TleneG Ho SaBeASHNS, KbAEeTo © MOGTaBeHa.
AmarHosata

01.01.2013

AuvarHosa Bpoii nauue HTu
AT 2

22¢ AeNeLMOHEH CUHApOM 1

scib 1
CenekTuseH IgA 2
Aecouumur

CVID 1
AmyHeH aeduumT- HeyTouHeH 1
Nijmegen breakage syndrom 2

fledpnunT c npeoBnagasaue sacsrare Ha AHTUTANOEET A NPOAYKLAR

XLA 3 YMBAJ “Ce. leopm” rp. Mnoegwe; YMBANCM
“Muporos”;

Mpexogna 1

XAMOIAMArNOGyMHEMAA

CeneKTHBCH GedRNLMT Ha
MMYHOTTIOGYMHOBUTE M3OTHMIOBES

YMBAJ “Ce. eopm” rp. MnoBane;
YMBAI * Anexcangposcka’ rp. Codna

IgA 7 MBAI * Tokyaa GonHmua Codns”

19G 1

HeyTounena 3 YMBAN “Ce. Teopm” rp. Mo gue
XNMOAMANNOByMHEMAA

OBw eapnadhneH myHet 12 YMBAJ * AnleKeaHapoBeKa” Ip. Cona;
AechLym YMBAI “Ca. eopm” rp. Mnoe ame
OeduumT Ha pi Ha Ha

DechnuwT Ha C 1 mixuGHTop

75 ‘

G Ha O Tpecka

PFAPA | 1 | YMBAJ * Anekcangpoecka’ rp. Cochust

Pernctpupanu c NN nayneHTn

Hosonornia eautiLa Bpos

nauMeHTH

TNewebro saBeaeHMe, K5ATO © NOCTABSHE
awarHosata

KomGuHnpaH B 1 T KieTs4eH nvyHen aeduunt

TexsK KOMBHHHPEH HMyHEH 3 YMBAJ " AnekcaHApocka” rp. Cocua
peduurBes T n B ke 12 nounmann

MHC wnac |1 gechiuur 1 YMBAN * Anecanaposca’ rp. Cochua
Curgpom Ha Omenn 2 YMBAN “Ce. [eoprn” rp. MoBane

Lleext BbB ParouMTHaTa (hyHKUMA

[lethekT Ha NeBKOLATHATA 24Xeans | 1 VMBAN * Anekcangposcka’ rp. Cocons

JHpym goBpe

22q11.2 geneunoHeH CAHAPOM 3 HKE, CBANJEB, YMBAN * AnekcaHapoecka”
rp. Cochna

Xunep IgE caHgpom 2 YMBAN * Anekcangposcka’ rp. Cocons

Cunapomn acowmpatm ¢ AHK cuyrearua

AT | 5 | VMBAN * Anekcangposcka” rp. Cocons

Nijmegen breakage syndrom 2 CEANGE p.Cotia

WMyHeH [edULNT - HeyT ouHEH | 1 |yMEAJ1  AneKkcaHapoBCKa” rp. Cothus

MauneHTn XocnuranuampaHn B K no K
MMYHOJOrMA Ha YMBAJT * Anekcangpoecka” EAJ] no
K/IMHHUYHa MbTeka N 306
“JleucHMe Ha AoKazaHH MbPBHUYHH MMyHoAcehHUNTH” 3a
nepuoaa 29.03.2013 - 07.08.2013

Mp npes cr P TM c guarnoza D80.1
O6uKHOBeHa NPOMEeH/INBa araMarnobynnHemMus

Of6wo - 8 nauneHTa

Mbxe — 3 nauneHTta

Xenu - 5 naunenTta

Bpoi xocnutanusauun- 22

1 nauneHT — 5 xocnuTanusauuu
1 naumeHT — 4 xocnuTanusayuu

3 nauMeHTa — 3 XoCnuTanuiauum

1 nauuWeHTa — 2 XxoCcnuTanusaumMm
2 naumeHta — 1 xocnuraAusaums




CBOPHMUK C MPE3EHTALIUM U MOCTEPU

MauMeHTH XocnUTaniMzMpaHu B Knukara no aeTcku
6onecrn Ha YMBAJ/1 * AnekcaHapoecka” EA[l no KIMHUYHa
nbreka N2 306
1 Ha nbp! HH UMY huumMTH” 30

pHoaa 29.03.2013 - 07.08.2013

Mp npes cray p ™
O6LWo - 2 nauueHTa

MoMU4e Ha 7 M. BL3pacT, C AMarHoza TKWU, HacoqeHo 2a TP Ha
XCK B UTanus;

MomMu4e Ha 8 r. BbzapacT, ¢ UMyHeH AetULUT HeyTOHHeH.

MaumMeHTH Ha KOMTO ca M3AajcHU NPOTOKOJ/IH 3a

feznnaTHO NoflyvyaBaHe Ha raMarnobynuMH or YMBAN ™

AnekcaHgpoecka” EAl B nepuopa 29.03.2013 -
10.09.2013

ramar y 32 MHT] 2HO NPHAOKEHHE HA 8 NALMeHTH;

&

FamMar , =a Hal T.

The Berlin Declaration

Jeffrey Modell Centers Summit — July 17 — 20, 2013

O Immunologists from all Jeffrey Modell Diagnastic and Research Centers were brought together by the
Ieffrey Modell Foundation for a three day Global Summit in Berlin, Germany. The physician-experts
represent the world's authorities in , treatment and of Primary
Immunedeficiencies. At the conclusion of the Symposium, the physicians agreed to the following guiding
principles:

O Whereas infants born with Severe Combined Immune Deficiency (SCID) as well as related T cell

Lymphopenia, suffer from serious, life threatening infections, and will likely not survive their first year of
life without curative stem cell transplantatior

O Whereas the condition can be detected by a simple screen using the same Guthrie dried blood spot samples
Sircady collected from naw

O Whereas the TREC Assay will provide earliest possible identification before irreversible organ damage or
death, and will allow children the chance to grow up and lead a normal life;

8 Whareas additional laboratory methods are st being devaloped, but, the current method of screening using

the TREC Assay has the specificity and s-
99% accuracy;

to accurately identify affected newborns, with better than

O Whereas the U.S. Secretary of Health and Human Services recommended that ALL newborns be screened for
SCID and related T cell sc using the TREC Assay as “The National
Standard for Newborn Screening Programs”;

O Whereas there are established, dedicated, and specialized treatment centers for affected patients to be
managed and receive care;

O Whereas the cost of the screen is $4-5 per infant, and more than 2.5 million babies have already been

sereened. To date, the incidense of this condition has ranged from 1:35,000 te 1:60,000 of all newborns;

O Resolved by the undersigned, calling for the immediate implementation of TRECS screening in order to
identify, treat and cure newhborn babies SCIR and related T cell Lymphopenia;

O Resolved by the undersigned, calling for continuing encouragement and support of physician education and

PRO]ECT

2004-2014
First announcement of the

100t J Project Meeting
12-15 March 2014
Concorde De Luxe Resort

Lara, Antalya, Turkey

UPDATE ON PRIMARY IMMUNODEFICIECY DISORDERS

THE PAST 10 YEARS AND THE NEXT DECADE OF THE J PROJECT

Announcement of a declaration for ail PID patients

ANTALYA: Mediterranean culture, historical and artistic richness, lovely

weather, tasty gastronomy and very accessible from all continents.
Golden sponsor: Biotest AG, Dreieich, Germany
Meeting organizer: Convention Budapest Kft., Hungary

i i et the th: d i i ivities i i ’ .
o e T o ey Y e (e Some Eohs et Sty throus hadt i wor i daries Further information: Zsuzsa Horvath, Debrecen, Hungary (hzsu86@gmail.com)

the last week in Agril.

PRO]ECT The Antalya Declaration 2014

Primary immuncdeficiency (PID) diserders represent a major and growing health problem at
all ages worldwide. They may cause severe, life-threatening infections and death in early
childheod or preloenged, recurrent infections starting at any age. It threatens at least 1 in
1000 individuals in all countries.
Over the past 10 years much has been accemplished in Central and Eastern Europe (ECE)
under the J PROJECT program aimed at increasing awareness and physician education.
However, even more remained to be done to achieve the goals outlined in 2004. In the
meantime unprecedented increased in understating clinical, immunelegical and genetic
features of PIDs has been witnessed and number of diseases exceeded 250 and more than
200 disease-causing PID genes have been described.
PID expert representatives of the J PROJECT, government health officials and patients’ group
leaders of ECE countries met in Lara, Antalya, Turkey on 12-15 March, 2014. They
unanimeusly agreed on the fellowing recemmendations and urged their presentation and
approval in ECE countries and elsewhere throughout the world for implementation.
National governments and health departments should held high respensibility and should
support healthcare providers in order to diagnose and treat PID disorders early in life in order
to achieve reduction of the heavy burden of diseases and death. Specific plans and programs
for the prevention, diagnosis and treatment of PID disorders and their infectious and non-
infectious complications like cancer, inflammatory and autoimmune diseases and allergy
ted in
partnership between professional organizations, patient groups and healthcare providers.

The Antalya Declaration 2014 is calling for
urgent and decisive action and should be
signed by all countries in ECE and possibly
elsewhere.

The Antslya Declaration 2014 calls for prompt and effective action to apply current
f PID patients so that their quality of life
would gn:ally improve. To this end the following five objectives should be targeted
and fulfilled by the end of 2014:
Earlv dizanesis of all the known PID diseases including genetic sequencing must be
assured at PID Centers equipped with appropriate facilities and human resources.
Diagnosed PID patients must be registered in national and international data bases.
in particular i and
stem cell transplantation, must be available for PID paticnts.
PID research must be preferred by funding agencies and sponsoring companies.
of medical students and other healthcare professionals should be
implemented in the curriculum in order to cover PID discases as an cmerging and
growing field of clinical medi medical of practici
physicians in hospitals and primary care must be implemented.
ic awareness must be performed by using the media, internet, schools, churches,
ups, especially during the World Primary Immunodeficiency Week (WPIW) in
the Iast wedk of April each year.

O The above mentioned rec dations should be

endorsed by national health departments, PID
professional societies and patients’ groups.

OCHOBHM npeaunsBuMKarTesictrea

O PaHHO oTkpuBaHe Ha nauueHTun c ML

-TREC CKpUHWHF Ha HoBopoAeHUTe 3a TKMO u

T kNeTb4YHa NuMdoneHUs

-BKNo4BaHe Ha MW B HauWoHanNHaTa cTpaTerus
3a npodunakTuka Ha Gonecrtute;

O PazwupaABaHe gocTbna Ha MW nayueHTuTe 32
fev4eHUe U B APYr4 YHUBEPCUTETCKM LeHTPOBE;

O MpunaraHe v Ha Apyru paspelieHn 3a ynoTtpeba
TepaneBTUYHM CPeACTBA B CTpaHaTa.

HpuBnuuaHe'ro Ha BHUWMaHMUETOo

Ha oblwecTBoTO, 0BWoONpaKTUKyBaWUTe NeKapu 1
crneyuanucTuTe XeMaTonosu, neaunarTpu,
KAUHWUYHW UMYHOMO3U, OTONAPUHIONO3U,
anepronosu n ap., kakto u H30K, M3 u ppyru
WHCTUTYLUUM &  UIKJIIYUTENHO  BaXHo  3a
nopgobpsiaHe Ha AvarHosara, paHHoTO
oTKkpueaHe w1 nogobpsABaHe pocTenNa Ao
afgekeaTHa TepanusA Ha AeuaTa M Bb3p> Tuww= ~
MWO, 4WATO TnporHosa B MUHanNo .
NecUMUETUHHA, ) £
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‘ﬂpono-msna u o6yuntenHa geliHocT

N3zpaBaHe Ha ‘
MOHoOrpadmsa-

HapbuHuk 3a MU o T TN
BAKW Ha ocHoBaTa Ha n 1
n3paboTeH KOHCeHCyceH -

aNnropuTbM 3a AUArHOCTUYHO U |
TepaneBTUYHO MoBeJeHWe Ha
MWUA ¢ uen nNpeaocTaBaHeTO U
Ha OMJ1, uMyHonosu,

neauaTpy U Apyru ‘

cneuranmncTu.
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OcHoBa Ha ekcnepTHaTa gelMHocT
B YMBAI “CB. Neopru”’- Nnoeaue

MbpBUYHU UMYHHU peduuuTun — 3a AMarHocTMka u neveHue Ha MU
eKcnepTHa AeiHOCT 3a AUarHoCTUKa u
+  PelleHWs Ha 3-Ta HauMoHanHa koHd epeHUUs No peaky Gonectu,
eyeHue B yMBAn ,,CB- reopr”” cenT.2012r. - MroBAve, 3a cbajaBaHe Ha EL| Y

+  KnuHuvHa nisTeka Ne 306
— JleyeHue Ha gokasanu MNMUL"
— B [MocTaHoeneHne Ne 5 Ha M3 oT 10.01. 2013r.

Mpo¢. Mapuana Mypaxxesa

=
+  WsncksaHna Ha H3O0K sa npoBexjaHeTo Ha 3aMecTUTENHa Tepanua sa
HacneACTBEeHU UMYHOASPULIMTHN CCTOSHWUS B M3BBbHGOITHWYHATA NOMOLL OT

M.MapTT.I.
XocnutanusupaHu 605+ XocnutanuaupaHu 6onHU
B KnuHuka no Meanatrpus n Mea. reHeTnka Ha B KnuHuka no Neauatpua u Mea. reHeTuka Ha
YMBAN ,Ce. leopru”- Mnosaue YMBAN ,C.. Meopru”-Mnosavse
no KI 306 “JleveHne Ha AOoKa3zaHU I'IVIH” 33 cy6c'|'y|'|-yy|pa|_ua Tepanusa no KN 306
nepuog 29.03.- 10.09.2013r.
naumenT non | ew3pact (roa) | 6pon Teverne
- XOCNMHTanM3aunn
ﬂmarjosa MauveHtn Bpoit xocnuranusaummn EGI M 10 1 Octagam 10g
D80.0 - Bruton 1 1 szT F 7 1 Csagema
D80.1 - CVID : 2 VIV M 8 5 Octagam 10g
D80.3 —IgG1 1D 5 Fo—
D 81.8 — Omenn 4 GNN M 5 4 o ’
D8O.0 - AP hypolg 18 2 DIP F 4 2 Octagam 3.5 g
D71 - CGD 14 1
[@31111.) 6 15
HeinHocTt B MBAN ,,CB. Meoprn”-Mnoegue OenHocTt B MBAN ,,CB. Feoprn”’-NMnoeaus
no uanckeBaHnAa Ha H30K za no usnckeaHuda Ha H30K za
3aMecTUTernHa Tepannsa B U3ABbH 3amMecTUTelHa Tepanua B U3BbH
OOnHUYHaTa nomMolLy OornHu4YHaTa NoMoLy

*  YTOouHMXa ce:
« Cwb3gage ce CrieLUanmaupaHa eKCriepTHa KoMUCHA — MalWeHTWTe, MOAMNeXally Ha 3aMecTMTeNHa Tepanus u
cbe 3anoBes Ha Msn. AvpexTop — KpUTEpWWTe 3a 3aMouBaHe M NPOAbMKaBaHeTo i;
Ha YMBAI “Ce. Neopru’- Mnosavs:
- npot a-p M. Bolwesa, neanatbp
- npot. A4-p M. Mypasepa, Kn. uMyHonor
- Aoy, A-p M. Cnacoea, neguarup
- 4-p C. Oepmenaxver, anepromnor

* WsroTenxa ce eTaNHN eNMKPU3K M eKCNePTHW CTAaHOBWLLE 3a
nauWeHTUTe, akTyannsvpaxa ce U3cnejpaHnaTta um;

* Wsaanoxa ce NpoTokonu 3a U3NMCcBaHe Ha s.c. Ig n C1-INH 3a
CyGCTUTYLIMA B M3BLHBOMHNYHATA MOMOLL|:

— 2 geua c Ar CuHgpom Ha OMeH n Jedmumt Ha nogkrac [gG1 - ¢
Gammanorm

— 5eb3pactHu ¢ Or HAE - ¢ Conestat alfa

HenHocTt B MBAN ,,CB. M'eopru”-Mnoegue MaumeHTyn ¢ nokasaH HAE tvn |
BBLB BPb3Ka C U3UCKBaHUs Ha H3OK 3a i g1} e llnoanuackn pRmMoN
€ MHAMKaLMKW 3a cyBCTUTYMpaLLa Tepanus
3aMeCTUTeNHa Tepanus B U3BHLH B HSELUGONHNSE ORI

60nHUYHaTa NOMolLLL

naumeHT [non |BBbzpacT |C1MHX C1 uHX a7 Bt CHBQ****
« [poeege ce obyyeHue Ha NaLMEHTH U poguTenm p— Ar* hyHku. ™
- 3a NpoBex/aHe Ha Tepanus %39 nn. * A4r <38 mg/l 14% | <0.077 g/l | 48.2 U/ml
- £be cyBKYTaHEH raMarnoSyrnH N mn.n. m 67r 38mgd | <10% | 0.077g/l | 24.8 U/ml

- & Knunukata no neamatpus n Mes,. reHeTHKa M. x 43r 38mgd | <10% | <0.077 gl | 41.5 Uiml

BK. 67 538 mgll| <10% | <0.077 g/l 10 U/ml
«  Ekcneptn ot YMBAI “Ce. Meoprn™-Mnoegne & % Mg 9 m

{neduambp U K77 UMyHoIog) yYacTeaxa B ceMuHap sa M0 CTA
Ha 13-14.06.2013r. B BykypeLl

m 30r 60 mg/l <10% 0.057 g/l | 9.1 U/ml

ehep. epanuyu;

S =
* O Max-Az  195-345mg/l o

= 1 Hux-chyrny. 70-130% ' g g )
] 0.122-0.495 g/t "
HHOHEQ 79-187 U/mt - \/ - 1
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EkcneptHa genHocT 3a M-
npeumMyLiecTBa U nNpood
\4

JIeMUn
v
< pernameHTUpaHm ca "_’ *+ PecTpukumn Ha KI 306:
OCHOBHUTE ANarHoCTUYMHU ,{, — OfpaHW4eH AOCTbNa Ha
¥ neveGHA Npolleaypy 3a..|
nma e

Bi3pacTH 3a oBonyXEaKe Mo

KM 306 YMBAN "Cs. Meopru’-

Mrosaue
{ 4 rmcka uewa Ha KM sa Hsikou
' I | lanTepnatueru cyGoTumynpaim
Fl 1) i | bpenapatn
- i
s YTOUHeHW ca OGQME;’ n E | 3MOMHOCT 33 BbBeXAaHe Ha
ueHaTa Ha M3BbpLIBaHLTe f . npoueaypa (12 unu 244) sa
NEeNHGCTU B MOM 1 { iz
nNevenneTo Ha [ ] <

EkcnepTtHa geiHocT 3a NMUA-
npeumyuectTsa U npoos
v

eMUn
v
«  Hyxga oT noBuMwagaHe Ha
KBarMprKaLmMsATa Ha
* BBIMOXHOCT 32 A0CThIN k L"‘\’ JAOBOMHUYHY eneLManueTu sa

Ha CTAUVICHAPHO K N paHHa auarHosa,
M3BBHOOMHYHO - NpocbunakTuka 1 Tepanus
neveHne Ha GonHuTte ‘ T

{ .

{

1koBxogumoct oT
‘LN6GoveHM NpoyYBaHuA 3a

roanwio; ea.ewa 2138 ne. D

J1|/|M|/|Tv|paHa BB3MOXXHOCT
3a npocneassaHe
npoueaypata Ha nevYeHve
W3BBH CTauWoHapa

yBenuvaeat

3aejHo © ,Cl,VIarHDCTVL:{IHMT
npoLeaypy B H30K ce

BB3MOXHOCTUTE 3a « PeumBypcypaHe Ha
AnvarHocTuka Ha Mg

/
f

BUTHE Ha
BREX4YBCTBUTENHOCT KbM
TUTYMpaLLWTe NperapaTi

i
]
L1
]
1
]
1}

ApyT
OK

nscnejpanuns ot H3!

MonuTtuKa Ha TpaHcrpaHUJHoO
) HauWOHaNnHoO CbTPyAHN4YeCTBO-
WL NpeAn3BUKaTENICTBA 1 3a4a4n

7 ] va EL| no MO

MpegocTaBAHe Ha HagexaHa MHGOPMaUMA Ha NauMeHTNTe 0THOCHO AoCThNa
W BL3CTaHOBARAHETO Ha Pa3XofM 3a 3/paBHO 0B CRyXBaHe B pyra cTpaHa
ot EC*

FapaHTUpaHe Ha No-TACHO CHTPYAHUYECTBO MeXAY cTpaHuTe oT EG B
WHTepet Ha MalMeHTUTe,

MpeMaxBaHe Ha NpoALITKMNATA ¢ MOAWMHA NPaBHa HecurypHocT. HoBute
npaBuna ycTaHoBARBAT 6anaHe Mexay NoAALpkaHeTo Ha YeToluYMBoCTTa
Ha 3lpaBHUTE CMCTEMW U 3aLUMTaTa Ha NpaBaTa Ha NauueHTUTe Aa TLPCAT

nevyeHre B YykOKHa.

3akoHopaTencTso Ha EC: Qupektuea 2011/24/EC 3a npaBaTta Ha NauMeHTUTE
NpY TPAHCTPAHWMYHO 3APABHO OBCHYXBAH!

CrpaHuTe oT EC TpAGREA fla NpMeMaT HalMoHanHU 2aKoHW 2a NpunaraHe Ha
AvpeKTUBaTa go 25.10. 2013 r.

EkcnepTHa gelHocT 3a M-
rnpeuMyllecTBa u rnpodnemm

(3a ga paskaxeM, He 3a fa AOKAXeM...)

Ad narrandum, non ad probandum
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UmyHusauum
npu umyHoaepumumntu

Npo¢. Maprta banesa

[Ipemucropms

* llpuuunara ma mpencTaBUM BBIIPOCA 32
AMYHH3HPAHETO MPH MAI[HSHTH C b PBHYHA
AMYHHHA JeQHITATH © MOMHYE Ha 6 Mecera ¢
BCG-ut. Yeranosen e TEXKBK
KOMBMHHWPAH UMYHEH JIEGUILAT.

* BAKCHUHAIIA - nponec, npu koiito ce
1eJIM [IOCTHTaHeTO Ha MOBHUINeHa
PE3UCTEHTHOCT (HEBB3IPHEMUYHBOCT) KbM
JlajieH HH(eKIUOo3€eH areHT upe3 IocTaBsHe Ha
BaKCHHA

e HMYHI/ISAHI/Iﬂ —THUTI HA UHTCPBCHIINATA

(aKTMBHA HJIM TTACHBHA)

BakcuHu — 0CHOBHU
TNPUHLUIN HA ACHCTBHC

* CrumyIupa ce UMYHHHS OTTOBOP
* ma BTOpHYEH UMYHEH OTTOBOP
+ VIMyHHHAT OTTOBOD € cHCHH(HICH

* OGpasyBar ce KJISTKH Ha UMYHHATa I1aMeT

Bakcunun - @
LAY ITacuBen umMyHUTET
KITacu(huKarys

A B uHAuBU/IA ce BbBEXK/IAT aHTUTEA
* JKupu (aTcHIOHpaHH) (MMYHOTIOOYIIHHHI) OT APYTH U3TOUHHIIH,
* VOuTH (HHAKTHBHPAaHH) KOHTO ca I'l Ipou3Besd. EQekThT ce nposssBa
* Tokconnu BEJIHATa, HO 3a KpaThbK Nepros. Cera To3H
B METOJ] Ce MPpUJIara mno-psjaKo.
* lonuzaxapumuu + JIpemunaBane Ha aHTHTeNA MIpe3 ILIALEHTATa
* Konroratu WA KbpMarta
¢ C agioBaHT

R [TacuBeH HMYyHHTET s

ARERCAHAPOBCKA

Wnaukanuu:

o Hamuuue Ha eKCIIO3HI[HS HIH 0UAKBAHA €KCITO3HI[HS
B Onu3Ko OBacIE

¢+ JIumnca Ha BaKCHHA HUIM JIHIICA HA BPEME 32 IPHJIATaHE

* CrmpTcTRamia 6oJIecT, KOSTO HE I03BOJISBA
NPHITHKCHHETO HAa BAKCHHH

[pumepu: [VIG npu wbpBHYHA HMYHHH J¢DHIHTH,
IIPOTHBOOCCSH CEPYM clle]] eKcmo3uius, VZ Ig —
MOCTEKCIIOZHIIHOHHA NPODUIAKTHKA NPH BHCOK PHCK,
CMV Ig — macHBHA MMYHH3AaIMA IIPH NALHEHTH CIIE],
OBOpCYHA TPAHCILIAHTAIIAS

e ITacuseHn umyHuTET
Crpanu4HH eeKTH:

» CepymHa GolecT, aHaHIAKCHS
 Jemuenuuuzupaia eHiedanonaTus

» Hexenanu edexry npu HaIMume Ha
cenekrHpeH MrA neduiur

¢ TIpenoc Ha uHpeKkHo3HA GolecT
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AKTHBEH UMyHHTET

[TpH npuiaraHeTo Ha BAKCHHH HH/IHBHIATS
MPOU3BEKAAT COOCTBEHH aHTHTENa. EQEeKThT
ce MOABSIBA TIO-KbCHO, HO € IBITOCPOUYeH

« AHTHTENA, IPOU3BEACSHH clie/l HHPEKIHO3HA
Gomect (MopOUIN)

AKXTHBCH HMYHHTCT

OcobemHocTr MpH BakcHHUpaHe Ha GOIHHE ©
UMYHEH Aeurur

OTHOCHTeIHA JIHITCa Ha OTTOBOP MPH
mpujarane Ha yOUTH BaKCHHW WK aHTHTCHHH
dpakimu

KoHTpa"HIHAKAINS 38 IpUIATaHe Ha KUBH
BAKCHHH

BakcuHupane npu KMyHeH AeQUIHT

X-CEBP3aH ATAMATNOGYIHHEMHS

CVID
CTOpHA CMKACHOST MPI BAKCHHH, TPOAYUNPAIUK ABTORHTITETa, KUBITS BAKCHHN 2
KOUTPAMHAMUHPAHH,

Tewn k xoubHHpa wvyHeK achmmr

. CHOpHa eUKACHOCT MPH BAKCHHY, IPOAYUMPAILIH XYMOPATIEH M WISTEUEH UMYHEH
OTIOEOp, KMBHTE BAKCHHH Ca KOMTPAHHIMUMPAHK

HrA neduuur
YEUTH M KMBYU BAXSH UM 2 cHEKTHEHH, JKHEHTG BHDYCHM N GAKIED HANHH BAKCHIY ca
BepoaTHO p Tat ce MM BHPYCHH BAKCHHH

XPOHIHA TPAHYAOMATOSHE FonEeT

VEUTH ¥ FKUBH DHPYCHH BaKCHIHM ©7 CPEKTHEHI  $630NRCHH, AHEHTE SAKICPHAMII
axcuu (BCG) Ca MPOTHEONOKZ3aHK

AcIisHua
Vi K upyCHH BaXCHIM ca echerTuIn 1 SoromacH
Jledpextu B xOMINEUEHTA
VGUTH 1 RUBH BUPYCIH BAKCHNM G2 chEKTUBHI 1 Se30macHI
npi AT B KpaiiiiTe KOMTONCHTH Ha

& EAKCHHA CE IpETop’
KOMIIGMEHTA

Jpyru npenopbsku

* JKuBuTe BaKCHHHU ce H30ArBaT, 0cOGEHO NpH NpH T-KISTHYHH
neduIHTH

» HWHrepnpeTalysiTa Ha AHTHTUIOB OTTOBOP € CIIO¥KHa, HO T-
KJIETKHTE MOTAT /1a 0 TTOBOPSIT

* BaKCHHHTE ca [0-MaIKO SPHKACHY [IPH MAIHEHTH HA KOUTO
ce HPOBE)K}IE I/IHTpaBEHOSHa HMYHGFHOGYHHHOBH Teparmﬂ

* AKO Ha IAIMCHTA € [IPEIOPBIAHA HHAKTHBHPAHA IIOTHO-
BaKCHHA, Ha CHOITHHIHTE CE MPIIIAra ChIlaTa (HE KUBa)

» Baxcuna cpemy Mop6uity, 3ayIuka u pyGeora ce Ipiara Ha
CHO/IMHIHTE U € CWIHO [PEIOPBUUTEIIHA

o TMamuenTuTe TPSOBa Ja N2GArBAT KOHTAKT C MHIUBUIY,
BaKCHHHUPAHH C JKHBA TIOJIMOMHEIUTHA BAKCHHA 3a 6
MECEITA

Jlpyru npenopbku

Cepuosun yenoxucHus

Tpu B - wneTruuu aeuumry:

+  Ilpx npunaraneTo xa BCG — Iencpamuzupana mnderuns, 100 % corupraocT

* MopBumH — MHEEMO HUE, EHUEDANNT, CMEPT
TlapoTHr, Mop&HaK, pySsona (MMR) — Tpatha a ¢6 B3EME HKMBHAYATHO PELICHHE TOPAIH
EHCOK PHCK OT YC/IOMKHEHHA
Opanya NONHOMHKSIHTHA BaKCHHA — KONTPAH HIH KAUHA

Tlpu T- xneTsumu aedmumry
He cc NpHAATAT FKHEM TCHIOMpAHK BAKCHHM. B clyvall Wa Ipeuma Aa Cc NpWIOKM
crewudiien umyrornoBymun

Y CNOUKHSH A, CEBP3AHH C PUAATAHETO Ha BCG BAKCHHA IPH HMYHOKOMIPOMETHPAHH HHANEHIH
Periosanua Goneet - TlepereTpaIa ymiyepai, adeiee, GueTyns, WK MuMbaASKONaTHs B
pPalioHa Ha HHOKYNAUMS
EXCTPApCTHONATIG IOKATHSHPaKa GOATCT - OCTCHT HIH KOJKCH aGCUTT H3BbH oKz Ha
HHOKynauks
lucesunmpaia Gonect - hebpunurer, 2ary6a Ha Terno, anesus 1 cubpr. Haenrndnmuupan
BCG B KynTypa KM GHOXHMIMGH METOZ.
Jlpyru BCG cunaposu — Kenoua, yseut

Kakso uu npencrou?

B CAIII ¥ HSIKOU EBPONCHCKHU CTPAHU Ha
HOBOPOJCHHTE ¢¢ MPOBCKAd CKPHHHHT 32 HATHIHES
Ha TSKKH KOMOMHHPAHH HMYHHH J¢QUIMTH IPETH
NPHJIATaHE HA BAKCHHH

BrrpocsT 32 BaKCHHHEHHPAHETO MIPH MAIHCHTH C
IbPBHYHY HMYHHH A¢(PHLHTH TpIOBa Ja cC pas3mieaa
u'y Hac. HeobxoauM ¢ KOHCCHCYC H H3paboTBaHE Ha
AITOPHTMH OT IIHPOK KPBT CIICIHATHCTH —
KIHHHYHH HMYHOJIO3H, TICTHATPH, HHPCKIHOHUCTH,
MHKPOOHOJIO3H, BHPYCOJIO3H H Jp.

-81-
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ABTOMHPNAMATOPHU CUHAPOMU —
OTBbA, XOPM3OHTA HA NO3HATOTO

Dou. bopaHa Bbp6aHoBa

L0

Bb3naneHue

JlokannsupaH (MM TeHepaMH3HpaH) 3alyTeH
OTTOBOD C LieJI OTCTpaHARaHE Ha YEPEeXKAaL GaKrop
WIH YBPeZleHa ThKaH.

BruTroMBa cepusi OT KOMIUIEKCHU PeaKkI[uX BOJI eI JI0:

» InaTaipsa Ha Cb/I0BE, YBEJIMUeH KPBBOTOK U

MPOIY CKJIMBOCT

» ExcyZalys Ha TEUHOCTH, BKJL. IIJIA3MEHH [TPOTEUHU

* JIeBKOLIMTHA MHTPALHA Ha MACTOTO Ha Bb3Ia/ICHHETO
* VyacTre Ha KacKa/a OT PO-HHQIaMaTOPHU
MOJIEKYJIU M DELIEITTOPH

HUMYHUTET

ABTO

AedurHnuma Ha aBToMHbNamaumA

 ABTOArpecHBHO Bb3MajleHHe, KbETO JAOKaTHUTE
(paxTOpH Ha MecTaTa IIPePasIoIOKEHH KbM
sabosiABaHe BOJIAT IO aKTHBALIUA Ha
Hecnienuguunua (innate) UMyHEH OTTOBOP.
CPBp3aHO € ¢ AKTHBAIUA Ha Makpodaru u
HeyTpod /1N 1 BOAH 10 TApPTeTHAa ThbKaHHAa
VEpeaa.

PasynyHy MeXaHU3MH OT Te3H Ha aBTOMMYHHTeTa-
JIATICa HA ABTOAHTUTE/Ia U aHTUTeH-
cnenudguunn T- tnmponuTn

o

ABTOMMYHUTET VS ABTOMH 1amaLns

ABTOMHpIaMaTopHN 3aBGonseaHns

ABTOUMYHHU
sabonAsaHna

AKTMBaUUA Ha
Hecneyu¢YHUA UMYHeH oTroBop

AKTMBaLWA Ha
creumgpryHUA UMYHeH
oTroBop

HapyLIEHUS Ha CUTHaITHI hyHKLMU Ha
NPpoUHNaMaTOpHI LMTOKUHI, NoKanHu
THKaHHU HapYLLHUS 1 Ap.

TeHETUYHN MYTaLMK 3acAraT Tesn
KIeTKN U MO TIERyTN

dakropn JokanHW ThKaHHU hakTopi B MpoLiecn B MbPBUYHATE 1

onpelenAlLy | NpeapasnonoXeHU MecTa: Tpasma, BTOPWUMHU MM OUIHU

nMposiBUTE Ha Hekposa, MexaH1nyHU tbaKTOplll, TbKaHW N KOCTHUA MO 3bK

saBonsBaHe | GakTepui UM TeXHU KOMMOHEHT 1

KreTbuHa Ekcnpe cutst onpe/ieneHa oT KNeTkA Ha Ekenpecusi onpeeneHa ot

ocHOBA HecMeLM MYHIA MMYHEH OTToBOP, BKN. | thakTopn onpegenauwy B- u
HeYTPOhUNU, Makpothari U HeUMyHHU | T-KNeThyHaTa aKTUBHOCT.
KIeTKU.

MmyHonoruuH | HapyleHne Ha tyHKLMATE Ha HapyLweHus Ha MexaHUsMIA

a ocHoBa HecneLycbUMHASA UMYHEH OTTOBOp BKM. | Ha cheLpdpuuHns umyHeH

OTToBOpa- aBTOAHTUTENa U
cneupcpuiHu T- numcboLmTi
TeHeTUYHU MyTaLyu sacarat
Te3M KIeTKW UMM TUMyCHaTa
cenekums.

ot |

PasBuTME Ha KOHUENuMATA 3a
aBTOVIHq)ﬂaMaLIMFI

« IIpoyupaHuiATa HA HACJEACTBEHMTe eproauaHn Tpeckn (FMF, TRAPS,
HIDS u zrp) JOBEXKAA 7O OTKPHUTHETO Ha MyTaumuH B TNF1 —
pelenTopa 1 HAPYIeHHS B IETHUIIATA HA Heemel{nuIHHA
HMMYHEH OTTOROP KATO AGHODMHA ¢HTHAAHA GYHRINA HA
KIIOYORM UTOKWHORH ITETHINA - Ha TNF 1 11.-18.

» JIMOCATAa HA ABTOMMYHHH MEXAHH3MH B [TATOTEHE3ATA Ha TeSH

sa6oJIABAHNSA BOAH 10 peyioykeHreTo oT Daniel Kastner Ha Tepmusa

apTonHdIAMAIIA.

ToBH TEDMUH [TEPBOHAUAJIHO Ce OTHACS 33 MOHOTeHHH 3a60/1ABaHUA

NPOTHYAINH ¢ NePHOJHIHH TPECKH.

Jérdme Galon 1 ¢'HTP. IPeJIATAT 1 [OIMIe HHUTe 3260 APAHIA., ¢

[0706HH KITHMHHYHY CUMITTOMHE ¥ JTANCA HA AHTHTeTa i HLA-

ACONMANNN 1A Ce HADUYAT 4 BTOVH! I! AMATOPHH.

MoHoreHHu aBToMH(pNAMATOPHH CUHAPOMM

C NepuoanyHn Tpecku

» Beuuku ca penku

« HacnezcreeHn

» Haii uecto ¢ geGrOT B ZETCKATa BB3PACT

» TUNHYHH KIIMHUYHHU IPOABH: mMemMnepamypa,
o6pus, apmpuni, ceposum u jip.

» IIpuapyxeHn ot 1abopaTOPHH JaHHH 33 U3PA3EHO
Bh3MAJIEHUE

» Otaennure 3a00/1ABAHNA UMAT CIIETIA( HUHI
CHMITTOMH

Dizeazs® Gene Protsin Clinical faatura:

MEFV Py

Inheritance pattern

Autoaomal recezsive or
gene-dozsge-dmpandant
sutozomal dominant

Feriodic fovers lasting -7 danal,

Familial Moditerrancan fever
{FMF) serositis, arthritis

Tumour necrosis TNFRSFIA  Turnour necrosiz factor  Autosomal dominant Perindic fevers llasting 1-6weeksl.
receptor L

factor-essocisted periodic withdependence onthe  serositis, rash, episcleritis
ayndrome (TRAPS] wild-type eliele
HyperlaD zyndreme MVK Mevalonotokinse  Autoaomalreceasve Periodic fovera llesting -7 dayal

non-destructive srthritis.
bymahadenopethy,vaseultic shin

Cryopyrin-amocisted pariodic NLRF3  NLRP3 e L 2 i
ayndromes [FGAS, MWS and ochloar inflammation. fevers. steril
NOMID) meningitia, bone lesions
Blau zyndromat NODI NOD2 Autozomal dominant Granulomatous dermatitiz, uaitiz,
arthritia
PAPA syncrame PSTRPL  PSTAPL Autosomal dominant  Pyogenio erthitis, pyoderma
grenulosum, acne
Deficiency of -1 receptor ~ LIRN 11-1 neceptor Autosomal recesive Fevers pustular skin resh, osteolytio
antagonizt (DIRA) ‘antagonizt bane lesions
Deficieney of IL36rsceptor  LIERN 136 reesptar Autzsomal reczzsive Generalizzd pustular peariasiz
antagonist (DITRA) ‘antagonist
Fomiliel psociasis (PSORSZ)  CARDI4  Caspase-mecruitment  Aubasomel dominant S e
and CARD 14-mediated ‘domain-containing ‘arthritiz; de Novo mutation in serly-
pustular pooriess (CAMPS) protein 14 onset genersiized pustular poriasis
CANDLEzyndrome, Nsksjo-  PSMBS  PSMBE Autosomal recezsive Lipodystrophy and multi-organ
Nishimura syndrome and IMP immunoproboasome inflammation

subunit

syndrome
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|

L
: MaToreHeTUYHU MEXAHU3MM
The genes of autoinflammatory diseases
PYRIN
CAPS cryopyin i, — e = 3aefHo Tes3n reHy MrpasT KpUTUYHA PONs B
) perynaunaTta Ha HecnewdunyHns (BpoaeH) MMyHMTET.
EME i - » [IMPUHLT 1 KDUOMUPUHET Ca BKIIOYeHW B perynauvmsta
crohn EARETERGES R Ha IL-1B v BnuasT Bepxy akrueHocTTa Ha NF kappa B.
« Card15/NOD2 vma obLm JOMEHW ¢ KPUONPpUHa U
Blau ARG MoBULIABA PEaKTUBHOCTTA KbM UHTpaLenynapHu
6akrepun. Card15/NOD2 myTayun ca ycTaHoBeHW npu
TRAPS TNF receptor oo Gonecr Ha Crohn.
PAPA CDZEPUPSTPIP —n - PSTPIP1 (myTaHTeH npu PAPA) pearvipa ¢ N1puH W
i Movalonato kinase . perynupa Hecneund-HUA UMYHEH OTroBOp.
b=t 3 (2003) Gurr O Rheu, 1551569
Shinka e i (2005 firch Devr. 141 242-247
ki L

MHdnamazomara - ceHzop 3a
Bb3MNA/IUTEHU CTUMY/IU

Crystals
=

ATP

S
¥ '@ Paniexin-|

'

péS

MonekyndapHa natodusnoaorMa Ha
ABTOMH/TAMATOPHUTE CUHAPOMM

» II'bpBOHAYANMHOTO onpeiesieHne Ha Kasitner ce oTHacs

3a FMF, CAPS u TRAPS

« IToHacTosiIEM ca Ae(PUHUPAHH 6 KaTerOPHH
1. HapyiieHus B aktusaumsTa Ha IL-1 f (MuduiamasoMonatiu)
2. Hapyimenus B akTuBauuaTa Ha NF- kB

3. Hapyirenus B koHoOpMAI[MOHHATA CTPYKTYPa Ha MOJIEKYJTIH —

AS, TRAPS
4. HapyiieHHa B Pery/laLldATa HA KOMIUIEMEHTa
5. HapyireHHs B IMTOKHHOBATA CHTHAIMBALIMA
6, CHHAPOM Ha AKTHBHPaHUTe Makpodarn

Kastner DL et al. Ann Rev Immunol 2009

Mepuoanunata 6onect (FMF) e npoToTmn 1 Ham-
YecTMA aBTOMHD 1IaMaTopeH CUHAPOM

Periodic disease; a probable syndrome including periodic
fever, benign paroxysmal peritonitis, cyclic neutropenia
and intermittent arthralgia.

Reimann HA. J Am Med Assoc. 1948 Jan 24;136(4):230 44

Familial Mediterranean fever.

Heller H, KKariv J, Sheif L, Sohiar E. Harefual. 1955 Mar 1,48(5).91-4.

FMF

 Haii- 1ecTOTO MOHOTE€HHO aBTOHH(IAMATOPHO
3abos1ABaHe
= Hauaso npeau 10 roza. Bp3pact rpu 80%

» JlToMMHaHTHO yHacieasaBaHe Ha MyTanus MEFV B 16
XPOMO30Ma

= Kopupa pyrin, cynipecop Ha I1-1

« IloBeue oT 100 H3BECTHH MYTAIIUU

= KymHuuna kapruHa- GeGPHITHU N300 1-4 [IHN,
APTPUT, CEPO3HTHU, OGPUBH

» IIpucTpnuTe NPEMHHABAT CIIOHTAHHO

* AMWIOHAO033 5 10 40%

= Ilpu ronama yact ot GONMHUTE JICUSHHETO
KOJIXMUWH [PEIOTBPaTABA aTaKuTe H aMHJIOUA03a

-4

KpuonupmHonatum

Cryopyrin associated periodic syndromes (CAPS)

mild interm ediate
RhensiyRe phenotype

phenotype

—r

cold-indused urticaria urticaria
fever smyloidosis
deaness

EcAs ws NomID
Neonatal-onset urticaria
N -

arthralgis arthropathy

CIASI/ NALP I/NLRP-3/PYPAF1L

FCAS/FCU ®amunHa cTyaoBa ypTUKapuA

+ Hauaso — oy 6 Mece4uHa Bb3pacT

- IIpucrbiy- 8 Haca c/iesi reHepaJIusHpaHa CTyZOBa

€KCITO3UILIMA. JIoKaHATA He [IPeZISBHKBA PEAKIIHA, 34 Pas/IHKA OT
CTYZOBATA YPTHKADHL.

» TIpOBb/LKHTETHOCT Ha €IU30/IUTe- 244aca

» Temmepartypa, Mpody3HO H3MOTABAHE

» YpruxapuasneH oOpuB- cbpOI U maperr (HeyTpoduIHa
uHwITpaIya)

» TlonMMapTpairusa U MuanTus (6es apTpurt)

» KOHIOHKTUBHT

- I'tapobonne, 'anene

» OcrpodazoBa peakis

« Hiama MacTOLUTH, HOPMAIHH MACTOLIUTHH MeZHATOPH- XHCTaMUH,
TPHITa3a, HE Ce YCTAHOBABAT KPUOLIGGYIIMHE
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Muckle-Wells syndrome

» Tpuana — ypTHKapHs, [JIyX0Ta, aMMIION103a
Hauvaso- 1oHOLIIeCKA Bh3pacT

IlpucrpnuTe TpasT 24-28 gaca

Tenmeparypa

VpruxapuaseH oGpHB M0 TOpea U KPAHHUIATE
ITporpecHBHO HaMasTeHHe Ha CTyXa

« ApTpajruy, MUaJIruu

T'eHepaIM3HpaHa IMMPATEHONATH
Pazako ceposuTH

OcTpodhasoBa Peaklus — 1ecTo
MEePCHCTHPA M MpPe3 aCHMITTOMATHUHHMTE
eMU30/11

« AMWIongo3a

Muckle, 1979; Mirault et al, 2006

CINCA/NOMID

Hauaso- oT ieprosia Ha HOBOPOAEHOTO
YprukapHaieH 06pUB

Temmeparypa

IlepudepHa MM GafieHONATH A

1[HC- acenTHueH MEHUHTHT, XHAPOLIEQaIHs, MEHTAIHA
peraprauys

CeH30pOHEBPAIHA CJIYXOBa 3aryba

» ATpo(us Ha OITTHYHHUA HEPB

XpOHHUYEH apTpUT

JusmopduyHU Gesesn

OcTpoa30Ba PEAKIIL, JIEBKOIMTO34, AHEMU T
Bo3nasnuTresHaTa AaKTUBHOCT MEPCHUCTHPa- HAMA
IPUCTBITN

+ AMWJIOHIO3a

L0

NOMID/CINCA

o102

ssoH

TRAPS

Myrausa Ha TNFRI

Hauasto- oT ITepBaTa rofiiHa 710 53T.
IIpHCTBIMTE MPOIBIDKABAT CEMHIIA
ecToTa Ha MPHCTBIIUTE- 2-6 TOAUIIHO
Temrmeparypa

MurpHpaliia MHAJITHA ¢ HaJUIeKalll epHTeMHA TRAPS
(epusunenor[o,quHn) IUIAKU- MOHOLIMTEH cl)acm/m'r. Jlesuue ca
MHOT'0 607IeBHEHH, ¢ LIEHTPHQYTaTHA MUTPALIHSL.

ApTpaJITuM, PAJIKO aPTPUT- TOJIEMM CTABH

KOpEMHa Borka- CEPO3UT, BOAU MO aJXe3UH, HeHYHH OIepaliii

OuHO 3acATaHe- KOHIOHKTHUBMT, YBeUT, HPUT
Tlo- PEAKHA CHMITTOMH- IUIEBPaTHU U3JIMBH, CKPOTAJIEH OTOK

Ocrpoasosa peakuis , HeyTpoIIHsL, aHEMHST, TPOMBOLIMTOZa —

[EPCHCTHPAT M B H3BLHIIPUCTBITHHA IIEPHOZ,
Amutousiosa- 1o 20%
Dode et al. 2002; Hull et al, 2002

o

MeBa/IOHaTKMHAa3a

MyTanuya Ha MeBAJIOHATKHHASEH [eH
Hauanc-mepeara FofIHA OT KUBOTA, TICTO CIET, MY
TIpoTHuaHe- MHOLO JIEKG /10 MHOTO TEKKO
TIpHCTBIATe- <1 CeIMHIIA

Temnepatypa, BTPHCaHe, H3IICTABAHE
OBpuen HIDS
BoresHeHa NEPBUKAITHA TUM(aZeHONATH, XeTIATOCIDIEHOMeT AN
KopemHa GoIKa, NOBPBIIAHE, THAPUA- CEPOSHT, aIXE3HH
APTPaJITHE, MHAITHH, PAZIKO apTPUT

Opasin 1 reHUTaIHE adTi

MesKAyNPUCTBIIEH TePHO7I- HAKOIKO Mecera

DUBIUecKa I MEHTAJIHA PETAaPAALIEL

Mesmopdrany Gernesy, KaTapakTa

IIHC- cMMIITOME- ATAKCLS, XATIOTOHMA

Octpodasopa peakiya

Bricoku erotiHocru Ha IgD (>100 1U/ml) u [gA (momiiicHa e H)
TIoBHIIIeHA MEBAJIGHOBA KICEJIFHA B YPHHATA

P S T T S I Y

PAPA cuHapom

e Myramusa B PSTPIP1

e Hauasio- panHa fieTcka Bb3pacT

 [Trozepma raHTPEHO3YM

e AKHe- KUCTUYHO

o CTepusieH MMOTEHEH APTPUT- eAHA JI0 3 CTaBU

ot |

Blau cMHapom

DaMHIHA IDBEHUIIHA CHCTEMHA [PaHyJIoMaTo3a
MyTanTten NOD2/CARD15 ren

Havuarno- mepearta rogmHa

CHMETPHYEH OJHAPTPHT -
[OJIEMH CTABH, U3JIHBH
TlaHyBewT, KaTapakTa,
[JIayKoMa

» O6pue — KadeHuKae,
3JIOLIBAHE

Majeed cuHgpom

» XpoHUYeH pelluAUBUPALL, MyJATH(OKANTEeH
ocreomuenut (CMRO)

» BpoJieHa AM3ePUTPOIIOETHUHA aHeMUA

» Heyrpodunna gepmaTtosa- Sweet CHHIPOM WU
XPOHHMUHA IIyCTY/I032a

 Hayasio- paHHa IeTCKa Bb3pacT

o Jlepext Ha LPIN2 req

» Uzomupan CMRO- nedext Ha PSTPIP2 ren
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PFAPA

Periodic fever, aphthous stomatitis,
pharyngitis, adenopathy
Hauasno - ieTcka Bb3pacr

DeOPUIIHH €IU300H- OKOJIO 5 THH
YecToTa- e3KeMecetHO

s
MeyIPUCTBIIHHAT MEPHO- Ge3CHMIITOMEH
KopemHa 6oxa

HapyieHue B KOMIUIEMEHTHATA AKTHBAIHA

Hsama uyenruduiapat renetuueH gedexr
CHMOTOMHTE [IPEMUHABAT CJI€7, TOH3UIEKTOMUA HAU
CIOHTAHHO CJI€]] OKOMO § TOMUHH OT 1e010Ta Ha
3aB0JIABAHETO.

DIRA

o JledekT Ha reHa 3a
IL1RA

» Hauao- reprozia Ha
HOBODPOZIEHOTO

¢ Jlucrepe CHHAPOM

« Ilycrymosad oGpuB
WIH HXTHO3Z0ITON06EH

* ApTpHUT

» OpasHU YJILEPaAU

+ Temmepartypa

Hoeu aBTOMHNaMaTOpHM CUHAPOMM

» DITRA- nedekT Ha [1.-36R —aHTaroHucr, Hopa
MOHOTeHHa (hopMa Ha MYCTYJIO3eH ICOPUABUC
o ASIA

R
LRI (LR sisten

A

o S e

)

~
" hosgral

N

MpaKTUYECKMU CbOGPAKEHMSA

» Pa3BuTHETO Ha KOHIIEMITHATA 3a aBTDI/IH(bJIaMaL[I/Ii{Ta H
aBTDI/IHCbHﬂMaTOpHI/lTe 32001 BaHAA IIpOMEHUXa
IIPeICTABUTE 3a ABTOUMYHHUTE 3a00/IIBAHUS U IIPOMEHUXa
CTpaTETHATA 3a JIEHEHNE Ha MHOI'O OT TAX.

 He-xepexurapHu apToMH(/IaMaTOPHH 3a00/IABAHILA:
» Boaecm na Still

» Behcet

» Caproudosza

» Crohn

» Vepamueen xoaum

» Houonamuven yeeum

» Icopuastc

»Iodazpa

» Ocmeoapmum

RARE MONOGENIC

AUTOINFLAMMATORY - [ T C0 5P
DISEASES
Gundisease, Lecas i
Degerratvedesse. . coteote
Gontsauogctlte eyt artveg abios
POLYGENIC "t fenmatry atitsielucin dsepseciricaly raertng s A
AUTOINFLAMMATORY  Sioregs csccssaconser i desa i oo tose nlamrton
DISEASES Loy e sl i ot v Tty wits

e ssciad dtesas
Sananauckogel dspases, 29, 3wtz ds9emneled rosghalyets
Eryimors todcsu 3520 s, A SO0

MIXED PATTERN DISEASES
il evidnce of acculid companent
(MHC class | astcciations) and
auscinfiammatory componests

Amyisingspondts
Butinetrifs
Pucrasslpserinic atiets
Belceindone

s HLA-827 assoctas)

Rumsatil s
e el symoabsteoptbalrie)
oot e

oy b st
it —

CLASSICPOLYGENIC  hicr fuaas
AUTOIMMURE DISEASES

(ongmnapeeiic il ocrvapeciie)

persn goc, vbigo

MpaKTUYECKU CbOGPAKEHMSA

o Ujermid UL paHeTo Ha MOHOTeHHUTE
aBTONH(IIAMATOPHY 3200 ABaHHA JINIIHT OT
aHOHMMHOCT MHOT'O HesICHH B'b3Ia/IUTe/HA
CBCTOAHUA

« Pasmmpu ce audepeHLIMaaHaTa AUarHo3a Ha
HesACHUTE TeMIIepaTYPHU CbCTOSHNIA 1 ce CTeCHU
Kp'bl'a Ha Hepasllo3HaTUTE TaKuBa.

» OTKpH ce ITbTA 32 TAXHOTO JIeueHue.

Arthritis

Papilied
Bony changes

H

RARE MONOGENIC
AUTOIMMUNE  A.PS,1PEX, AP=CED.
DISEASES
aumommaune
o I
: m |
MpakTHM4eCcKM cbobpaxKeHus
JleveHue P P
SYNOROMET L NSees SERT R TAnce O e Bee mo- IITUPOK KPBT OT METUIIMHCKHA
FMF ositis < 72 hours Recessive  MEFV ol chicine
anhmic (Golen CIeITHAJINCTH ca NHPOPMHUPAHU, HACOUEHO
HIDS Cervical adenopathy  3-bdeys  Recessive M Brednisone MICIISAT 32 Tes3M 3a60IIBAHNS 1 TH
roed
A iagerea Antiiie JHATHOCTULIPAT. 5
TRARS Myalgia 7 10days  Dominant TNFRSFIA Frednisone o C'bSI[aI[eHI/I Ca IUATHOCTHUYHA T @
o Encarcagt
aveling rasn ™™ Aiiie " AJNTOPUTMHU M KPUTEPUI [
caps [ ]
Fcas ‘unrllri‘:a'ria <24 hours  Dominant  NLRP3 Cold avoid- . C’LSILaI[eHI/I ca perucTpu
MWs  uricaria S_7days  Dominant ALRR3 L1 inhibition
‘52‘:;‘;3. 2 ¢ Opranusauynu
NOMID  Urticaria Constant  Dominant LR L1 inibition
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Cecna 5

EKCnepTHU ueHTpoBe U pedepeHTHU MPEXHU
no peaku 6onectu 8 bvarapua (lil)

Mogpgepatopu: Mpod. Apara ToHueBa

» DBbArapcku ekcnepreH LUEeHTbP 3a reHOMHa AUarHoCTUKa Ha peaKu
3abonasaHuA

4. ToHyesa

» CKPUHWHT NpoOrpamm u eKCnepTHU UeHTpose
U. Cmoesa

» 25 roguHU reHeTUUHU U3CNe[BaHUA NPU NALUMEHTU C MyKOBUCLUA03a B
bbarapua

A. Caeos

» EKCNepTHU UEeHTpoBe N0 MYKOBUCLUA03a — €BPONEUCKMAT Moagen B
bbarapua

P. CumeoHo8a
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Nature, Volume; 482, Issue 7385,
- (16 February 2012)

= » VlscnepBaHe Ha NbNHUS reHoM Ha BonHuTe

Bbarapcku ekcnepTeH LeHTHLp 3a
reHOMHa AMAarHOCTUKA Ha peaKu

> KopeHHa npomsHa Ha gunarHosara

3360nﬂBaHMﬂ » HosuTe TexHenoruv 6Lp3c BIn3aT B
KMUHWKaTa.
¥" Baylor College of Medicine in Houston, Texas
Mpo¢. Apara ToHuesa ¥ University of California, Los Angeles (UCLA)

v MHoro coupmu 1 GonHWUL Npejnara
nscrnefBaHe Ha Uenn reHoMu unu exome\ﬁ

Nature, 10 Dec 2012, 100K Genomics

Michael Watson
M3nbraHUTeneH AUpeKTop Ha
American College of Medical
Genetics (ACMG) in Bethesda,
Maryland

"Hne cme N3yMeHU OT CKOPOCTTa, C KOSTO TOBA Ce Cry4Ba.

Hukora He cbM BUXAAN FreHEeTUYHa TEXHOMNOMMA 4a ce
pasBrBa N BHeAPABA C TaKoBa Temno."

David Cameron

mﬁﬁ 100,000 naumeHTK ¢ pak u pegkn 6onecTtu mﬂﬁ

eHoMuMKa HoBo nokoneHne cekBeHaTop —
anapat MiSeq Ha ¢rrpmarta lllumina

KemGpumic

| T'ponutiren

1

(o]

reHn <:> naHenu ot reHw<:'>ceKBeHMpaHe Ha reHoma

¥

I'Ipe,unCTBa Ha cUcTemMarTa, KoOUTo A1 NpaBAT
NPUIIoKUMa B KIIMHUKaTa?

Murmina

TpafnumMoHHo
ceKBeHUpaHe | BbpauHa Ha uscnedsanemo ‘

CeKBEHUpaHe

1-2 guu 6 Mecenn — 1 roguHa

‘ BB3MoxHOCMU Ha aHanusa ‘

! &3{& 1-12000 000 Bp ’ -

‘ Toynocm Ha pesynmama ‘

30-100 1 npouur
NnpovHTa

‘ Hucka yena Ha uscnedsanemo ‘ R
TpaauLUMOHHO CeKBeHUpaHe lllumina NGS cekeeHWpaHe

=11

@
a
<
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CBOPHMUK C MPE3EHTALIUM U MOCTEPU

Llen Ha reHoMHUTe/eK30MHU UzcneaBaHua (NGS):

‘UpeHTndnkauna Ha AHK HapyLweHWA B YOBELWKMA reHoM;
*AnarHocTyka Ha reHeTUYHN 3abonABaHnA

UHpopmMauma 3a nekapsa ot NGS recra:

» [oka3Ba reHeTMYHO 3aBonsBaHe Npy HOBOPOAEHW geLa;

» [oTBbPXAABA KNMHUYHA fUarHosa

» [oka3Ba HOCUTENCTBO HA NaTOMOMYHI reHy B acKMMTOMHM
nvua

» Onpegfens pricka 3a NpejagaHe Ha MyTaLuu B
MOTOMCTBOTO;

» HeuHBasnBHa npeHaTanHa gnarHocTvka

~AHanMTYHa YyscTBUTenHoCT (99.9%).

Y

*Bucok MKoHOMUYECKN 1 coulaneH eq)eKT.

=
(g KakBa e nonzaTa 3a BaluMTe NaLUeHTU oT
NCBl | FeHEeTHYHO MU3criefBaHe ¢ NGS TecT?

» OuarHocTuKa Ha reHeTYeH gediekt

» NevyeHuneto Ha BGorecTTa cnopef ycTaHoBEHUS
reHeTNYeH aedexT;

» [MonyyaBaHe Ha reHeTUYHa KOHCYITaLys.

¥

NGS TecT 3a meTabonuTHu 6onectu

_ PROTEIN CARBOHYDRATES —
»
q 4 e
Aming - Gluc;Jse gsiléi
acids »

v

fatty
acid
spiral

Lipogenesis
v

"y

HapylwieHusi B okucrneH

18 reHm z\;c.c.c.c.
ACADS Deficiency " ACADY
Acyl-Coenzyme A Dehydrogenase Deficiency ACADM
Acyl-CoA Dehydrogenase, Short/Branched Chain Deficiency | ACADSB
Acyl-Coenzyme A Dehydrogenase Deficiency (Very Long ACADVL
Chain)
Carnitine Deficiency, Primary Camitine Uptake SLC22A5
Carnitine-Acylcarnitine Translocase Deficiency SLC25A20
Carnitine Palmitoyltransferase |A Deficiency CPT1A
Carnitine Palmitoyltransferase |l Deficiency CPT2
Multiple Acyl-CoA Dehydrogenase Deficiency ETFA,
ETFB,
ETFDH
Isobutyryl-CoA Dehydrogenase Deficiency ACADS
3-Hydroxyacyl-Coenzyme A Dehydrogenase Deficiency, HAD

SCHAD, Hyperinsulinemic Hypoglycemia |

Long Chain 3-Hydroxyacyl-CoA Dehydrogenase Deficiency | HADHA LI||| |
Hapymeva B OKUCJleHUWeTO Ha MaCcTHUTe OpFaHVI‘-IHVI auuaemum — 23 renn
KNncesrimH1
Isabutyryl-CoA Dehydrogenase Deficiency ACAD8
Medium-Chain Acyl-CoA Dehydrogenase Deficiency” ACADM Acyl-CoA Dehydrogenase, Short/Branched Chain Deficiency | ACADSB
Trifunctional Protein Deficiency HADHA/ B-ketothivlase Deficiency ACAT1
HADHB 3-Methylglutaconic Aciduria Type 1 AUH
Systemic Primary Carnitine Deficiency SLC22A5 FTCD Deficiency/FIGLU-Uria FTCD
Glutaric aciduria type 1 GCDH
Holocarboxylase Synthetase Deficiency HLCS
3-Hydroxy-3-Methylglutaryl-Coenzyme A Lyase Deficiency HMGCL
2-Methyl-3-hydroxybutyryl-CoA lyase deficiency HSD17B10
Isovaleric Acidermia VD
3-Methylcrotonyl-CoA Garboxylase Deficiency MCCC1, 2
Malonyl-CoA Decarboxylase Deficiency MLYCD
Methylmalonic Acidemia {cbl A and cbl B) deficiency MMAA,MMAB
m R Methylmalonic aciduria and homocystinuria (¢bl C) MMACHCW
Methylmalonic Acidemia, mutase deficiency MUTYH ]
Multiple Acyl-CoA Dehydrogenase ETFA, ETFB and ETFDH AMu1HO aunaemMun
Deficiency
Multiple CoA Carboxylase HLGS GTP Cyclohydrolase 1-Related Disorders GCHT
Deficiency Maple Syrup Urine Disease BCKDHA,
Propionic Acidemia PCCA, PCCB BCKDHB, DBT
Ketothiolase Deficiency ACAT1 Methionone adenosyltransfrerase /il deficiency MAT1A
SOXCT SCOT Deficiency OXCT1 Tyrosinemia Type | EAH
Tyrosinemia Type |l TAT
AMUHO aunaemMmuu — 16 reHmn Tyrosinemia Type Il Hawkinsinuria HPD
OTC Deficiency OTC
Argininosuccinate Lyase Deficiency ASL Phenylalanine Hydroxylase Deficiency PAH
Citrullinemia, Type 1 ASS1 (phenylketonuria)
Dihydrolipoarmide Dehydrogenase (E3) DLD 6-Pyruvoyltetrahydropterin Synthase Eingci:rr;cy PTS
Deficiency (MSUD I11) CHOP (313 295y AACATTGCATCATCCC

Dihydropteridine reductase (DHPR) QDPR

deficiency

Homocystinuria Caused by Cystathionine | CBS

Beta-Synthase Deficiency |

SMATZ (709 723 GATATTGCATCAGTT
ASNS(75 ) GAAGTTTCATCA

ATF3 (23 15) A\GCGTTGCATCA: G
consensus  AJTTS,CATCA
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Aciduria Bonectn Ha HaTpynBaHeTo —

o 36 reHun
- 3-methylglutaconic Aciduria Type1 MGCAT,

- 3-methylglutaconic Aciduria Type2 TAZ, BTHS
- 3-methylglutaconic Aciduria Type3 OPA3, MGCA3

- 3-methylglutaconic Aciduria Type5 MGCAS5, DNAJC19 Metachromatic leukadystrophy ARSA
- D-2-Hydroxyglutaric Aciduria 1 D2HGDH Canavan Disease ASPA
- D-2-Hydroxyglutaric Aciduria 2 IDH2 Krabbe Disease GALC
- D-Glycericacidemia [Glyceric Aciduria] | GLYCTK Fabry Disease GLA
- Dicarboxylicaminoaciduria SLC1A7 Hexosaminidase A Deficiency (Tay-Sachs disease) HEXA
- Niemann-Pick Disease Type C1, C2 NPC1/2
Niemann-Pick Disease Type A/B SMPD1
Gaucher Disease GBA,
PSAP
Prosapunin deficiency and related PSAP
W Free Sialic Acid Storage Disorders SLC17A

| | Mucopolysaccharidosis Type | IDUA

| Glycogen Storage Disease Type la | G6PC | | |
Mucopolysaccharidosis Type |l IDS
Glycogen Storage Disease Type |b SLC37A4
: GlicoZen Storaje Disease Ti:e Il (Pompe Disease) : GAZ : |Mucopo|ysaccharidosis Type llIIA (Sanfilipo syndrome) | SGSH |
| Glycogen Storage Disease Type I | EL | | Mucopolysaccharidosis Type |1IB (Sanfilipo syndrome) | NAGLYU |
| Glycogen Storage Disease Type IV | =EE | Mucopolysaccharidosis Type IIC (Sanfilipo syndrome) HGSNAT
Mucopolysaccharidosis Type D (Sanfilipo syndrome) GNS
Glycogen Storage Disease Type IX iZﬁiz Mucopolysaccharidosis Type IVA (Marguio syndrome) | GALNS |
izgjf | Mucopolysaccharidosis Type VI (Maroteau-Lamy syndrome) |ARSB |
PHKS | Mucopoelysaccharidosis Type VI | GUSB |
|

wﬁ | Mucopolysaccharidosis Type 1X | HYALT

HapyweHUa Ha ypenHUs UMK — 6 reHn

M Arginase Deficiency ARG1
|Muco||p|d05|s ! | NEUT | Argininosuccinate Lyase Deficiency (Argininesuccinic ASL
— aciduria)
|Muco||p|d05|s I | GNFTAB | ¥ Citrullinemia Type | ASS1
|Mucolipidosis \% | GNPTG | N-Acetylglutamate Synthase Deficiency NAGS
|M Todosie Ty | COENG | Ornithine Transcarbamylase Deficiency oT7C
ucoTpldosts Citrullinemia Type Il SLC25A13
GNPTAB - related Mucolipidoses Opyrn 6onectn
AT Biotinidase Deficiency BTD
Smith-Lemli-Opitz Syndrome DHCR7
Ethylmalenic Encephalopathy ETHE1
Galactosemia GALT
Galactokinase Deficiency GALK
Glycerol Kinase Deficiency GK
Lowe syndrome (Oculocerebroreral syndrome) OCRL
Pyruvate Carboxylase Deficiency PC |
Folyysic Kiney Cicse
Bonectu Ha 6L6peumTe — 5 renu , Hereditary Nephrotic Syndromes — 10 reHu
Polycystic Kidney Disease, AD, type 1 ADPKD
and 2 PKD1, PKD2 Hereditary Nephrotic Syndromes, Autosomal Dominant
Polycystic Kidney Disease, AR ARPKD Diffuse Mesangial Scleresis Syndromes (DMS) wT1
UMOD-Associated Kidney Disease UmMoD Focal Segmental Glomerulosclerosis
e - Focal Segmental Glomerulosclerosis 1 ACTN4
Nephronophth|5|s — 10 reHn - Focal Segmental Glomerulosclerasis 2 TRPC6
Nephronophthisis 1 NPHP1 - Focal Segmental Glomerulosclerosis 3 CD2AP
Nephronophthisis 2 INVS/NPHE2 - Focal Segmental Glomerulosclerosis 5 FSGS5
Nephronophthisis 3 NPHP3 Hereditary Nephrotic Syndromes, Autosomal Recessive
Nephronophthisis 4 NPHP4 g;:greor::zlﬁmmsh Nephrosis [Congenital Nephrotic NPHS1
Nephronophthisis 5 QCEUNPHFS Steroid-Resistant Nephrotic Syndrome NPHS2
Nephronophthisis 6 CEP290/NPHPE
Nephronophthisis 7 GLIS2/NPHP7? Nephrotic Syndrome, Type 5, with or without Ocular LAMB2
Nephronophthisis 8 RPGRIP1LNPHPS Abnormalities
Nephronophthisis 9 NEKS/NPHPS Nephrotic Syndrome Type 3 PLCET
Nephronophthisis 11 TMEME7 w? gier:on S);ndrome [Microceria-Congenital Nephrotic LAM:EEZ\ﬁ
yndrome
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EKk3oMHo cekBeHUpaHe Ha 22,000 reHu npu
BEH

4 reHn QUPEKTHO acoummpary ¢ bEH
»HAVCRT (100%),

»TTC21B (72,7%),

»LRP2 (63,6%),

»COL4A3 (86,4%).

Kidney Diseases

e ST

Cheese nnﬂme ke ‘O5sa3e matker Hsemse T Asmse

ecsiion,
e,

Aseass raner | pranim

eoea

amotaion diosara gana eriolagy

- Ukasere

metaion

> T-helper

> Anepruynm Gonectn
» BB6peyHn HapyLleH
> OXpaToKeH A

:DHAVGFH

gene

nrter

crtopy

" ciseess ket iseass rateer

disents mara- -+ desaes Tarier

WA U Nonpaeka

TTC21B

nephronophthisis 12

Tybyno-untepctuimania 6ubpeyHa —
Gonecr

Xuctornornsi —MsTeHABaHE Ha GasanHnute
membpann n pnbpoza

e

Kidney Diseases
gy

cireae du

T e— e e

Centag

KpoEore

ordogy

prvein ezt an prcteln eracion

prtein nerctin

LRP2 gene

:mﬂu. [P —

Ucemsa ratter | seier

va g

R r——

=<5 ExcnpecA B 6b6peLy

3 —MeMSbaHosHa Hedpponatna
» [MomepyrnoHehpHT
% lMpoTenHypus

COL4A3

alpha 3 cy6egunHuLa Ha collagen IV.

[MaBeH CTPYKTYPEH eNeMEHT Ha rmomMepynHa
6asanHa membpaHa

Goodpasture ¢c-M, aBToaHTUTENA CBLP3AHW G
JIOKareH B GasanHuTe rMoMepyrHu MeMBpaHm.

TpombGounTOoneHNU — 8 reHn

Amegakaryocytic Thrombocytopenia, Congenital MPL
Familial Thrombotic Thrombocytopenia Purpura ADAMTS13
GATA1-Related Cytopenia GATA1
MYH9-Related Disorders: Epstein Syndrome , MYHS
Fechtner Syndrome

Thrombocytopenia 2 MASTL
Thrombocytopenia 4 CYCS
Thrombocytopenia Absent Radius Syndrome TAR
X-Linked Thrombocytopenia RAPID

Y

Ek3omeH aHanus Ha HEBPOIIOrUYHU
Bonectu ¢ NGS TexHuka

|Charcot-Marie-Tooth HeBponaTum — 24 reHun

Charcot-Marie-Tooth Neuropathy Type 2 LMNA, MFN2, HSPB8,HSFPB1,
GAPD1, MPZ, MED25, AARS,
TRPV4, DYNC1H1

Charcot-Marie-Tooth Neuropathy Type 2A1,2 | KIF1B, MFN2

Charcot-Marie-Tooth Neuropathy Type 2B RAB7A

Charcot-Marie-Tooth Neuropathy Type 2B1 LMNA

Charcot-Marie-Tooth Neuropathy Type 2B2 MED25

Charcot-Marie-Tooth Neuropathy Type 2C TRPV4

Charcot-Marie-Tooth Neuropathy Type 2E/1F | NEFL

Charcot-Marie-Tooth Neuropathy Type 2F HSPB1

Charcot-Marie-Tooth Neuropathy Type 2H2K | GAPD1

Charcot-Marie-Tooth Neuropathy Type 21/2J MPZ

Charcot-Marie-Tooth Neuropathy Type 2L HSPBS8

Charcot-Marie-Tooth Neuropathy Type 2N AARS

Charcot-Marie-Tooth Neuropathy Type 20 DYNCH1

Charcot-Marie-Tooth Neuropathy Type 2D GARS \w?;
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CnuHanHa MyckynHa atpodpusi — 12 reHu J

MyckynHu auctpocurm — 68 reHn

GARS-Associated Axonal Neuropathy GARS Congenital Muscular Dystrophy | LAMA2, FKTN, POMT1, LMNA,
Spinal Muscular Atrophy type | SMNT COL6A1T, COL6A2, COLBA3, SEPNT,
Distal Spinal Muscular Atrophy V. GARS ’2’;’;’; ’7 gp'geg% CL:GRE' FOMTZ,
Distal Congenital Nonprogressive Spinal Muscular Atrophy TRPV4 Congenital Muscular Dystrophy TGA7
Distal Spinal Muscular Atrophy 4 PLEKHGS due to Integrin Alpha-7 Deficiency
Scapuleperoneal Spinal Muscular Atrophy TRPV4 |SPD-Related Muscle Diseases 1SPD
Spinal and Bulbar Muscular Atrophy [Bulbospinal Muscular AR LAMA2-Related Muscular LAMA2
Atrophy] Dystrophy
Spinal Muscular Atrophy 1/2 SMNT, LMNA-Related Muscle Diseases | LMNA
SMNZ POMGNT1-Related Muscle POMGNTT
Spinal Muscular Atrophy, Lower Extremity, Autosomal DYNC1H1 Diseases
DemingTt _ POMT1 -Related Muscle Diseases | POMT1
‘Szlrr;?rll::l]ltjscular Atrophy, Proximal, Adult, Autosomal VAPD FOMT2-Related Muscle Diseases | POMT2
Spinal Muscular Atrophy, X-Linked Infantile UBA1 | SEPN1-Related Myopathy | SEPN1{ \?
Spinal Muscular Atrophy with Respiratory Distress 1 IGHMBP2

MyckynHu guctpodun

MyckynHu auctpodunn

Congenital Muscular Dystrophy — Multi-Gene | CAPN3, CAV3, DMD, FKTN-Related Muscle Diseases FKTN
panels FKRP, LMNA, SGCA, - -
SGCB, SGCD, SGCG, Limb-Girdle Muscular Dystrophy Type 2G TCAP
Boston Children’s Hospital TRIM32 Limb-Girdle Muscular Dystrophy Type 2H TRIM32
Dystrophinopathies — Duchenne, Becker DMD P
Muscular Dystrophy Limb-Girdle Muscular Dystrophy Type 2J TTN
Limb-Girdle Muscular Dystrophy Type 2Q PLEC
Emery-Dreifuss Muscular Dystrophy EMD, FHLT, LMNA RS " v SGoA
Epidermolysis Bullosa Simplex with Muscular | PLEC R maleodlycnopally
Dystrophy Beta-Sarcoglycanopathy SGCB
Facioscapulohumeral Muscular Dystrophy DUX4 Delta-Sarcoglycanopathy SGCD
Limb_-GirdIe Muscular Dystrophy, Autosomal | MYOT, CAV3, LMNA, Gamma-Sarcoglycanopathy s5G6CG
D.omlna-nt - DNAJBE NMyotonic Dystrophy Type 1 DMPK
lI:-\’IZ;be-sili:iIe Muscular Dystrophies, Autosomal ggggssg; ’ L‘)S gchG, Oculopharyngeal Muscular Dystrophy PABPN1
TRIM32, FKRP, TTN Scapuloperoneal Myopathy, MYH7-Related MYHT
ANO5-Related Muscle Diseases ANO5 SYNE1/2-Related Emery-Dreifuss Muscular Dystrophy SYNE1/2
Calpainopathy [Limb-Girdle Muscular CAPN3 W? Udd Distal Myopathy [Tibial Muscular Dystrophy] TIN \h o
Dystrophy Type 2A] |
CnuHouepebenapHa atakcus — 19 reHu CnuHouepebenapHa aTakcuaA
Infantile-Onset Spinocerebellar Ataxia C100rf2 Spinocerebellar Ataxia Type13 KCNC3
Spinocerebellar Ataxia, Autosomal Recessive, 9 CABC1 Spinocerebellar Ataxia Type14 SCA14
Spinocerebellar Ataxia, Type 1 ATXNT Spinocerebellar Ataxia Type15 ITPR1
Spinocerebellar Ataxia Type 2 ATXN2 Spinocerebellar Ataxia Type17 TBP
Spinocerebellar Ataxia Type 3 ATXN3 Spinocerebellar Ataxia Type20 SCA20
Spinocerebellar Ataxia Type 5 SPTBN? Spinocerebellar Ataxia Type23 SCA23
Spinocerebellar Ataxia Type 6 SCA6 Spinocerebellar Ataxia Type27 FGF14
Spinocerebellar Ataxia Type 7 ATXNT CnacTtu4Ha napannerusa - 30 reHn
Spinocerebellar Ataxia Type & ATXN8OS Autosomal Recessive Sensory Neuropathy with Spastic CCT5
Spinocerebellar Ataxia Type 10 ATXN10 Paraplegia
Spinocerebellar Ataxia Type 11 TTBK2 BSCL2-Related Neurologic Disorders/Seipinopathy BSCL2
Spinocerebellar Ataxia Type 12 PPP2R2B GJC2-Related Disorders GJC2
L1 Syndrome L1CAM
W? Mast Syndrome [Spastic Paraplegia 21] SPG21
CnacTtu4yHa napanneruvsa CnacTtu4yHa napannerusa
Neurodegeneration with Brain Iron Accumulation
Aceruloplasminemia CP
Fatty Acid Hydroxylase-Associated Neurodegeneration FA2H Spastic Paraplegia 10 KIF5A
Kufor-Rakeb Syndrome ATP13A2 Spastic Paraplegia 12 RTN?2
Neuroferritinopathy FTL 5 5
PLA2G6-Associated Neurodegeneration PLA2G6 Spastic Faraplegia 1 HSFD
Pantothenate Kinase-Associated Neurodegeneration PANK2 Spastic Paraplegia 15 ZFYVE26
Woodhouse-Sakati Syndrome DCAF17 Spastic Paraplegia 30 KIF1A
PLP1-Related Disorders, Spastic Paraplegia 2 PLPT Spastic Paraplegia 31 REEP1
Spastic Paraplegia 3A ATLT Spastic Paraplegia 33 ZFYVE27
Spastic Paraplegia 4 SPST - -
Spastic Paraplegia 5A CYPTB1 Spestic Raraplegid 39 PNFLAG
Spastic Paraplegia 6 NIPAT Spast!c Parapleg!a 42 SLC33A1
Spastic Paraplegia 7 SPG7 Spastic Paraplegia 48 APSA1T
Spastic Paraplegia 8 KIAA0196 Spastic Paraplegia 20 SPG20

Y

¥
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Enunencus B getckarta Bb3pact — 111

Adenylosuccinate Lyase Deficiency

ADSL

Amish Infantile Epilepsy Syndrome

ST3GALS

Angelman/Angelman-Like Syndromes

CNTNAP2, SCLIAE, NRXN1, TCF4,
UBE3A

Baltic Myoclonus (Unverricht-Lundbord  [CSTB
Disease)

Baltic Myoclonus (Unterticht-Lundbord  [CSTB
Disease

Benign Familial Neonatal-Infantile SCN2A
Seizures (Bfnis)

Benign Familial Neonatal Seizures | KCNQ2/3

Benign Familial Neonatal Seizures
(Bfns)

KCNQ2, KCNQ3

Cortical Dysplasia-Focal Epilepsy CNTNAP2
Syndrome

Creatine Deficiency Syndromes GAMT, GATM
Epilepsy, Familial Termporal Lobe, 5 CPA6

Baylor College

Enunencus B getckara BBb3pacT

Early-Onset Epileptic Encephalopathy
and/or Infantile Spasms

ALDHTAT, ARX, ATP6AP2, CDKLS,
PCDH19, POLG, PNPO, SCN1A,
SLC2A1, SLC25A22, SPTANT,

Epileptic Encephalopathy, Early
Infantile, @ [PCDH19-Related X-

Epilepsy

Linked Female-Limited Epilepsy PCDH19
with Mental Retardation]

GABRD-Related Generalized GABRD
Epilepsy with Febrile Seizures Plus
GABRG2-Related Dravet GABRG2
Syndrome

Familial Infantile Myoclonic TBC1D24

Genetics (Generalized) Epilepsy with
Fekbrile Seizures Plus (GEFS+)

GABRG2, SCNTA, SCN1B, SCN2A \Sﬁ

Enunencus B getckata BBb3pacT

Glucese transporter Type | Deficiency
Syndrome

SLC2A1

Lafora Disease

EPMZA, EPM28B

Microcephaly with Early-Onset
Intractable Seizures and Developmental
Delay (MC82)

Enunencusa B getckarta BBb3pacT

Adenylosuccinate Lyase Deficiency

ADSL

Alperts-Huttenlocher syndrome and
other POLG-related disorders

POLG

Angelman/Angelman-Like
Syndromes

CNTNAP2, SCLIAB, NRXN1, TCF4,
UBE3A

Autosomal Dominant Nocturnal
Frontal Lobe Epilepsy

CHRNA4, CHRNB2, CHRNA2

Mowat-Wilson Syndrome

ZEB2

Neuronal Ceroid Lipofuscinoses (NCL)

CLN3,CLNS5,CLNE,CTSD, CLNS, MFSDS,
PPT1,TPP1

Autosomal Dominant Partial Epilepsy
with Auditory Features

LGH

Epilepsy, Childhood Absence

GABRG2, GABRA1, GABRB3,

¥

Ohtahara Syndrome STXBP1, ARX CACNATH
Pyridoxine Dependent Seizures ALDH7A1 Epilepsy, Idiopathic Generalized, CASR
Rett/Atypical Rett Syndrome CDKL5, FOXG1, MECFP2 Susceptibility to, 8
West Syndrome ARX, CDKL5, STXBP1,TSC1,TSC2 Epilepsy with mental retardation PCDH1
limited to femail
Epilepsy with Neuradevelopmental | EPND

Defects

\N?>

Enunencus B getckaTta BBb3pacTt

Genetics (Generalized) Epilepsy

GABRG2, SCN1A, SCN1B,

Deficiency Syndrome

with Febrile Seizures Plus SCN2A
(GEFS+)
Glucose transporter Type | SLC2A1

Juvenile Myoclonic Epilepsy (JME)

CACNB4, EFHC1, GABRAT

PaswnpeH
naHen 3a

enunencus (53
2eHU

EPM24, FOXG1,
KCNQ2, KCNQ3,

IADSL, ALDH7AT,
CDKL5, CHRNAZ2, CHRNA4, CHRNB2, CLN3, CLNS,
CLNG, CLN8, CNTNAP2, CSTB, CTSD, EFHCH,

NRXN1, PCDH19, PNKP, PNPO, POLG, PPT1,
PRICKLE1, SCN1A, SCN1B, SCN2A, SLC25A22,
SLC2A1, SLC9AG, SPTANT, SRPX2, STXBPT, SYNT
TCF4, TPP1, TSC1, TSC2, UBE3A, ZEB2

ARX, ATP1A2, ATPGAFP2, CACNB4,

GABRA1, GABRG2, GAMT, GATM,
LGH, MECP?2, MFSD8, NHLRC1,

Microcephaly with Early-Onset
Intractable Seizures and
Developmental Delay (MCSZ)

PNKP

Neuronal Ceroid Lipofuscinoses (NCL)

CLN3, CLN5,CLN6,CTSD,CLN8 MFSD
8, PPT1,TPP1

Progressive Myoclonic Epilepsy (PME)

CLN3, CLNS, CLN6, CLN8, CSTB,
CTSD, EPM2A, MFSD8, NHLRCT,
PPT1, PRICKLE1, TPP1

Rett/Atypical Rett Syndrome

CDKLS, FOXG1, MECP2
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MaHen 3a

enunencus npv
eua (38 reHu

IADSL, ALDH7AT,
CLNS, CLNG, CLN8, CNTNAP2, CTSD, FOXGT,
GABRG2, GAMT, KCNQ2, KCNQ3, MECP2, MFSDS8,
NRXN1, PCDH19, PNKF, PNPO, POLG, PPTT,
'SCNTA, SCN1B, SCN2A, SLC25A22, SLC2A1,
SLCYAG, SPTANT, STXBPT, TCF4, TPP1, TSCT,
TSC2, UBE3A, ZEB2

ARX, ATP6AP2, CDKLS5, CLN3,

<>
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MaHen 3a
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CLN3, CLN5, CLN6, CLNS, CSTB, CTSD, EPM2A,
MFSD8, NHLRC1, PPT?, PRI