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Bpoi1 2 Asrycrt 2014
ENUAEMUONOTMYHU PETUCTPU

3A PEAKU BONECTU B Bb/IrAPUA

Memodonozus
MpeameT Ha HacToAwMA 0630p ca enUAeMMHONOrMYHU PerucTtpu 3a peaku 6onectn B Bbarapua. 0630pbT He
pa3rnexKpa U He BKAOYBA KAMHUYHUTE PErncTpu, NOAADPKAHMU B leyebHUTe 3aBeeHus.
LienTa Ha Npoy4yBaHeTo e Aa AaAe aKTyaslHa UHPOPMALMA 33 eNUAEMUONIOTMYHUTE PErUCTPU 33 peaKKu 60necTn y Hac
ypes:
*  onucaHue Ha OCHOBHUTE XapaKTepPUCTUKU Ha TO3U BUA;
*  npepcTaBAHe HA eBPOMNEeCKUTE M MeXXAYHAPOAHM NPENOPBHKU U HACOKM B Ta3u obnacr;
e  pes3lOMMpaHe HAa Ha/JMYHaTa MHPOpMaLMA 3a 06XBaTa Ha CbLLECTBYBALLUTE PErucTpu 3a peaku bonectu y
Hac.
BkaloueHuTe B 0630pa pernctpu ca MaeHTUPULMpaHu Ypes:
*  TbpcCeHe No KA4YoBM Aymu B 6a3aTa AaHHM 3a HAYYHMU CTaTUM NO meauLMHa Pubmed;
e obABeHUTe perucTpu Ha NnopTtana 3a pegku 6onectu Orphanet;
*  MpeAcTaBeHUTE PErucTpy Ha rogULIHUTE HaLMOHANHU KOHGEepeHLUH 3a peaKu 601ecT U NeKapcTBa cupaum
B bbarapusa ot 2010 r. Hacam;
*  MUCMEHM NOKaHU A0 BOAELLMU KNIMHUYHU LieHTpoBe B bbarapus, npenopbyaHun OT NALMEHTHU C peaKu 6onectu.

AepuHuyuu
e Papka 6onect — 3abonaBaHe c pa3npocTpaHeHue He noBeye oT 5 Ha 10 000 gywwm B EC.

O EnngemunonornyeH permctbp — opraHusMpaHa cuctema 3a C'b6VIpaHe, CbXpaHeHue, nsanonssaHe, npocnegasaHe n
pa3npocTtpaHeHUe Ha ACHO onpeaeneHn enngeMmMonorm4yHn AaHHU 3a KOHKpPpeTHNn MHAUBNAW.

CvOvprcaHue

e Pa3BuTMe U aKTya/IHU TEHAEHUMMN B 061aCTTa Ha eNMAEMUOIOTMYHUTE PETUCTPU 33 peaKu 6onectn
e 0606weHa MHPOpMaLUA 33 eNUAEMUNOJIOTUYHU PETUCTPU 33 peaKu 6onectn B bbarapusa

Aemopcku npasa
BcuuKu npaBa 3ana3eHn. MnaBeH pepakTop: PymeH CtedpaHoB. ABTOpM Ha 0630pa: LioHKa MuteBa, Feopru Uckpos.
CbAbpKaHUETO Ha 0630pa e cbc cBo60oAEH AocTbN M 6e3nnaTHO 3a pa3npocTpaHeHue, Ny6iuUYeH NOKas U Ap. nNpm
KOPEKTHO LUTUPAHE Ha NbPBOU3TOYHMKA. MPAaBUAHUAT HAUYMH 33 LUTUPAHE Ha NbPBOM3TOUYHUKA € CNeAHUAT:
,Enudemuono2u4Hu peaucmpu 3a pedku 6onecmu e bvnzapus, lMopeduya 063opu Ha ULPBJIC, asaycm 2014.
http.//raredis.org/pub/Epi Reqg Report 2014 BG.pdf’

3a evnpocu u komeHmapu: info@raredis.org
© 2014, BATIOH.




Paspen 1

PA3BUTUE U AKTYAJZTHU TEHAEHL WU B OBNIACTTA HA
ENMAEMUONOTNMYHUTE PETUCTPU 3A PEAKU BONECTU

[lo CKOpO ennaeMMoNorMYHUTE PEerucTpu ce cYMTaxa 3a U3CNeA0BaTE/ICKUM UHCTPYMEHT,
NPUCHLL, €4MHCTBEHO HA eNNAemMnono3nTe. TeXHONIOTMYHMAT HanpeabK APACTUYHO NPOMEHM TOBa
cxBallaHe. [lHeC enuaemMMuONOrMYHUTE PErucTpu pellaBaT egHW OT OCHOBHWUTE npobnemu B
obnactra Ha peakute 6onectn, a MMeHHO o606waBaHeTo Ha WMHbOpPMaLMA OT pPasIUYHMU
reorpadCKkM M CTPYKTYPHO PasnpbCHATM M3TOYHULM, KAKTO M M3NON3BAHETO I 3a HyXAuTe Ha
06LW,ecTBEHOTO 34paBe M Hay4yHUTe u3cneaBaHma. KombrMHMpaHUTe NOA3KU OT eNUAEMUOIOTUYHUTE
perncTpu 3a peakun 60nectu ca LWMPOKO N3BECTHU — OCUTYpABAHE Ha eNMAEeMMUONOTMYHN AaHHM 33
b6onectHOCT n 3abonaemoct, nogobpsBaHe Ha MeAMLMHCKOTO MO3HAaHWe 3a BapuabuaHOCTTa U
XxoAa Ha bonectra, HabnogeHe M oueHABaHe Ha M3xoA4a Ha 3abonABaHeTo, NpeaocTaBsAHE Ha
OAHHW Ha 34paBHUTE BNACTU 3a LeanTe No naaHupaHe n obesneyaBaHe Ha MeAUUMHCKA YCAyrU U
OeNHOCTN, CBbp3aHM C nNpoduNaKTUKaTa, AMArHOCTMKATa, NeYeHMeTo M pexabuamtaumata Ha
peakuTe bonectu.

B EBponeickua cbto3 (EC) ce HabatogaBa NpoLLeC HA MHTEH3MBHO CHAMKABaAHe Ha yCMauMATa
No OTHOWEHWEe Ha perncTtpute 3a pegku 6onectn. PasnnyHUTE 3aMHTEPECOBAHW CTPaHU
obeaunHABaAT CBOUTE AEMHOCTM 32 NOCTMraHe Ha HanpeabK He CaMo B YMCTaTa HayKa, HO CbLLO Taka
M No peamua NpakTUYeckn Bbhnpocu. CblUuecTByBaHETO Ha A0bpe GyHKUMOHMpaLWM PerncTpu e
camo no cebe cu cepmo3Ha NpeanocTaBKa 3a pa3paboTBaHe M NpuaaraHe Ha ePpeKkTUBHO NedYeHne
3a BbNPOCHOTO pAAKo 3abonaBaHe. [MauMeHTUTe U TEXHUTE CEMENCTBA ca Hal-3auHTepecoBaHn oT
nocneaoBaTe/IHOTO M HaA/IEXKHO CbOMpPaHe Ha ennaeMMONOrMYHM AaHHK, 3aW,0TO MO TO3M HaYyMH
Ce ynecHABa Cb34aBaHETO Ha CTaHAApPTM 3a obrpuykBaHe U nedyeHue. A ToBa BeYye 3HAYUTESTHO
noaobpaBa KayecTBOTO M NPOABIMKUTENIHOCTTA Ha KUBOTA, AOPM NPU AMMCa Ha HOBWU Tepanuu.
Te3n aprymeHTU NOMMYHO NPEBPbHLLAT ENUAEMUOSIOTUYHUTE PErncTPU B OCHOBEH efleMeHT Ha
BCAKA eAHa pasyMHa NOAUTMKA B obnactta Ha peakute 6onectM M fekapcTBata cupauum Ha
HaUMOHA/HO, EBPONENCKO U MeXAyHapoaHO HUBO.

Pernctpute Kato enuaemMmonornyeH WUHCTPYMEHT BCe NaK Ce npwuaarat OT CPaBHUTE/NIHO
CKOPO NO BbLNPOCUTE Ha peaKuTe 60eCTU, KOETO 0BACHABA HA/IMYMETO Ha HAKOM MPaKTUYECKMU
pasMMHaBaHMA U HECHOTBETCTBUSA, Hali-Beye nncata Ha YHUdUUMpaH Noaxosd no OTHOLEeHMe Ha
Habopa AaHHW 33 perncrTpaumsa U TAXHOTO aAMMHUCTPUpPaHe. ToBa Ce Ab/KM Ha MHOXKECTBO
NPUYUHM:

O pasnnyeH 6poit Ha 3aMHTEPECOBAHUTE CTPAHW, BKAOYEHM B aAAMWHUCTPUPAHETO U
ynpaB/ieHMETO Ha PErncTbpa, KaKTo N pa3Hoobpasune B TEXHUTE NOTPebHOCTUTE U Lenu;

O HenpwuaaraHe Ha obwMm cTaHAAPTH, BOAELWO A0 KoebaHMA B NepMoANYHOCTTa Ha CbbOupaHe 1

KauyecTBOTO Ha JaHHUTE;

$MHaHCOBa HEYCTOMUYMBOCT Ha PEerncTpuTe;

O /IMNca Ha YoBEeLWKM, PUHAHCOBU U CTPYKTYPHU Pecypcu, 3a Aa € Bb3MOXKHO NoaabpiKaHeTo Ha
OTAENIHW pPEerncTpyM 3a BCAKO psaAKo 3abonsaBaHe WAW  PerucTpu CNpsAmMo  PasanyHuTe
CbLLEeCTBYBALLM LLe/IN Ha 3aMHTEPECOBAHNTE CTPAHM.

CneymdunyHmTe ocobeHOCTM Ha peaKkuTe bonectTy ca 4ONBAHUTENHO NPeaAn3BMUKATENCTBO 33
perncTpaumaTa Ha naumMeHTuTe:

O TreHeTMYHaTa NpuMpoaa Ha noBe4vyeTo peakn 6HonecTm npeanonara HeobxoaMMOCT Aa ce
npoy4yBaT M NpocieaABaT CEMeHO CBbP3aHM Cy4Yyaun, a TOBa HE BMHArM e Bb3MOXKHO;

O MAaNKKUAT 6POI Ha Cy4auTe U CblUEBPEMEHHO ronemuaT reorpadckm obxeaT Ha cbbupaHe Ha
OaHHM  U3MCKBAT MHOXeCTBO Konabopaumm UM obmeH Ha [AaHHM, OOMKHOBEHO Ha
MeXAYHapOoAHO HUBO, KOMTO YECTO Ce OKa3BaT OrPaHUYEHUN OT 3aKOHOBUTE PAMKW;

O un3pas3xo4BaHe Ha NOYTM PAaBHM PeCcypcu 3a Cb3gaBaHe U NOAAbP)KAHE HA PEerucTpu 3a peaku
H6onectn Kato Npu Te3n 3a YecTo cpelwaHuTe 3ab6onABaHUA, HO e4HOBPEMEHHO C TOBA MHOTO
No-TPYAHO NOCTUTaHe Ha AbArocpoyHa pUHaAHCOBA YCTOMYMBOCT.
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Te3n 6apuepu ca npuymMHaTa 3a pa3paboTBaHe M NpMemMaHe Ha YHMBEpPCanHU AedUHULMUK,
KnacuduKaumm 1 CTaHZ4APTM 33 AaHHM, KAaKTO M 6NaronpusaTHU, yeAHAKBEHM NOAUTUKM U pPecypcu
33 Cb3[aBaHETO M NoAAbPrKaHe Ha perucTpu 3a pepku b6onectn. iImeHHo 3a ga ce m3berHat
dparmeHTaumATa, HenocnenoBaTeNHOCTTA, JiMNcaTa Ha oOWKM  CTaHZApTM M onepaTMBHA
HecbBMecTUMOCT, EC MONOXKWM 3HaUUTENHM ycuaua npes3 nocnegHuTe roauHKM B Tasu obnacr,
bVHaHCMpPaliKn cepma KAKYOBM NPOEKTHU:

0 MexayHapoaHUAT NopTan 3a pegkn bonectn n nekapctea cupaum Orphanet;

0 Esponencknat npoekt EUROPLAN 3a u3rotBAHe Ha MpPenopbkuM MNpU Cb3[aBAHETO U
NPWAaraHeTo Ha HaUMOHANHKM CTpaTernm 3a pegkm bonectu;

0 EBponeickuaT npoekt EPIRARE 3a nonaraHe Ha ocHOBUTE Ha 6bAella eBponelicka naatdopma,
KOATO Aa@ NOAKPEena W yNecHABa pPerncrpaumaTa Ha NaumeHTuTe C pegkun 3abonasaHua upes
HacbpyaBaHe Ha CTaHAApPTU3MPAHE HA NpoueaypuTe NO PerucTpupaHe, KA4ecTBEHO CbbupaHe
Ha AaHHU, YNeCHABAHE Ha CbNOCTaBMMOCTTA Ha AAaHHUTE;

0 EBponencknAaT npoekt RD-Connect 3a cBbp3BaHe B rnobanHa WHPPACTPYKTYpa Ha
HayyHou3cneaoBaTenckm 6a3v OT AaHHW, PerncTtpu uM buobaHKW, C Uen cb3gaBaHe Ha
LeHTpan3npaHa pecypcHa nnatdopma 3a uscneapaHma B obnactra Ha peakute bonectu.

Mpn3HaBaMKM MHOXECTBOTO CbLLECTBYBALLM B MOMEHTA PEFNCTPU, Pe3yaTaTUTe, KOUTO Cca
NoCcTUrHanu, Ho W npobnemuTte, npen Kouto ca ce cbabckanu, EBponenckma KomuTeT Ha
ekcrneptute no peaku 6onectu (EUCERD) u3paboTu B KpasA Ha CBOSA MaHAaT MPEnopbku 3a
Pa3BUTUETO HA pPernctpute 3a peakm OonectTv, aKkUEeHTUPAMKM BbPXY CbBMECTMMOCTTA Ha
nHbopmaumAaTa u ynotpebata Ha obwm Koaupawm npotokonu. EBponeickata komucusa (EK) ot
CBOA CTPaHa KbM AHeLlHa AaTa CEPUO3HO aHaNM3MpPa Bb3MOXKHOCTTA 3a Cb34aBaHe Ha naatpopma
33 pasBMTME Ha peructpute 3a peaku bonectu B EC uype3s u3non3BaHe Ha CbBMeCTEH
Hay4YHOMU3CNeL0BaTe/ICKM LLEHTBP.

TemaTa 3a eNMAEMMONOTMYHUTE PETNCTPU 3a peakun bonectn e aktyanHa u B CALL, KbaeTo
Cnyxb6aTa 3a Hay4yHU n3cneaBaHuaA Ha peakute 6onectn (ORDR) Kbm HaunmoHanHUTE MHCTUTYTM MO
34paBeona3sBaHe CTapTMpa NUIOTEH NPOEKT 3a Cb3AaBaHe Ha rnobaneH NauMEeHTCKM PErncTbp U
XpaHunuue ¢ AaHHU 3a peaku 3abonssanuA (Global Rare Diseases Patient Registry and Data
Repository, GRDR). To3n perncrbp lie ce OCHOBaBa Ha aHOHMMW3UPAHU AaHHW Ha NaLUEeHTH,
0606LeHM No CTaHAAPTM3MPAH HAYMH U CbAbPMKALWMN YHUOMUMPAHa TepmuHoaorua. Uanata Tasum
MHopmauma we 6bae AOCTbNHA 33 M3CNeAOBaTeNMTe, HAa KOWUTO LWe ce Aafe YHMKanHa
Bb3MOXHOCT 3a pa3bupaHe Ha pepkuTe 3ab6onABaHMA. 10 TO3M HaAUMH LWe ce YNecHAT
bMoMeaUUMHCKUTE M3CNeaBaHUA, BKAOYUTENHO KIMHUYHUTE NPOYYBAHUA, B TbPCEHETO Ha HOBMU
Tepanun, KouTo Wwe nogaobpsaT NPoAb/KUTENHOCTTA M KAauyeCcTBOTO Ha XKMBOT Ha xopaTa C peaKu
6onectn. 3a nocturaHeto Ha Tasu uen ORDR e pa3spabotun peamua MHCTPYMEHTM, KOUTO Ca
nyb6AMYHO AOCTBMNHM 3@ 3aMHTEPECcOBaHU U3caeaoBaTenu OT uan ceat. Cpepn TAX ca MeTo[0N0rmA
3a rnobaneH yHUKaneH uAeHTUPUKATOP, MUHMMaNeH Habop OT AaHHW 3a perucTpupaHe u
CTaHAapTHa ¢opma 3a B3MMaHe Ha MHGOPMMPAHO Cbr/lacKe 3a Y4acTMe Ha NaLUUeHTH.

MpeaBua, BaXKHOCTTA HA pernctTpuTe, Npes3 nocnegHuUTe roauvHU ce npegnpuexa peguua
CTbMNKU 33 MeXAyHapoAHa KoopAuHauua no Te3nm Bbnpocu. Hain-sHaummarta 6GescnopHo bGe
Cb3faBaHeTo Ha MeXXAyHapoAHUA KOHCOPLUMYM 33 Hay4YHW uscneasaHua B obnactra Ha peakuTe
6onectn (IRDIRC). ToBa e cbBMecTHa MHMUMATMBA Ha EBponelickaTa Komucus U HaumoHanHus
WMHCTUTYT no 3apaseona3saHe Ha CAL, ctaptupana npes3 anpun 2011 r. IRDIRC e gbnrocpoyeH
NPOEKT, MMALY, 33 e A3 3aCUIU MEXLYHAPOAHOTO CbTPYAHNYECTBO NPU HAYYHUTE U3Ccne[BaHuA B
obnactra Ha peakuTe 6onectn. KoHcopunmymsbT 0b6eaAnHABA YH4E€HU M OpraHM3auMm, MHBECTUPALLM B
Tasu chepa, KaTo LenTa, KoATO CM e NOoCTaBua e noBeye oT ambuumosHa — oTKkpmBaHe Ha 200 HoBM
Tepanuu, KakTo 1 AMarHOCTUYHM CpeaCcTBa 3a NoBeyeTo peaku 6onectn go 2020 r.

Bbnpekn obwmAaT Hanpeabk Ha MeXAyHapoAHO HMBO, KNHOYOB MOMEHT 3a perncrtpure 3a
peakn 6onectn octaBa noAkpenaTta 3a TAXHOTO CTApTMpPaHe W Pa3BUTME HA HALMOHANHO HMBO.
MMeHHO TOBa € KOoCBeHaTa LUen Ha HactoAawma ob63op — pga noBMWKM  BMAMMOCTTA MU
MHPOPMMPAHOCTTA OTHOCHO ENNAEMMNONOTMYHUTE PErnUCTPU 3a peaku bonectn B Bbarapus.



Paspen 2

OBOBLLEHA UH®OPMALIUA 3A
ENMAEMUONOTMYHUTE PETUCTPU 3A PEAKU BONIECTU B BbJITAPUA

Cb3aaBaHeTO Ha HaUMOHA/NeH PernucTbp 3a peakn b6onectn B bbarapua belwe 3anoxKeHo
KaTo npuoputeTHa uen Ha HauwoHanHaTa nporpama 3a peakn 6onectn (2009 — 2013), Ho
peannsmpaHeTo 6ele MHOFOKPATHO OT/IaraHoO BbB BPEMETO.

Mpe3 2013 r. To3n BbNpPOC 6e NoBAMrHaT HAaHOBO BbB BPb3KaTa C TPAHCMOHMPAHETO Ha
Oupektneata Ha EC 3a TpaHCrpaHW4YHO 34paBeonasBaHe M UMHCTUTYLMOHANN3MPAHETO Ha
eKCnepTHUTE LLeHTPOoBe 3a peaKkn bonectn y Hac. Ha 30 tonm 2014 r. 6e odpuuymanHo obHapoaBaHa
Hapeaba Ne 16 Ha MuHMCTepCTBO Ha 34paBeona3BaHETo 3a YC/I0BMATA U pea 3a PerncTpmpaHe Ha
peakute 3abonsBaHWA UM 3@ EKCNepTHUTE UEeHTpoBe U pedepeHTHUTE MPEXU 3a pPeaku
3abonaBaHMA, nNpeaBMKAAWA Cb3[4aBaHETO HA HAUMOHANEH pPerucTbp Ha MauMeHTU C penku
3abonaBaHuA. PernctbpsbT We ce noaabprKa oT HauMoHanHMA LUeHTbp No obuiecTBeHO 34paBe U
aHanusun (HLUO3A). HabopbT oT AaHHM 3@ perucTpauma lie BkatouBa EMH u mecToxmBeeHe Ha
naumMeHTa, BOAEWaA W CbNbTCTBAWM AMarHo3n. Tesn JaHHM We ce cbbupaT M nogasaT oOT
eKCnepTHUTE LLeHTPOBE M OT NeYebHUTe 3aBeAeHUA, KOMTO OCBHLLECTBABAT AEMHOCT MO OTHOLWEHME
Ha NauMeHTU C peaKku 3abonsBaHWMA, U LWe Ce BKAKYBAT B PErucrbpa aHOHMMU3MpPaAHW. Tasm
nHdopmauma we 6bae obHoBABaHa BeAHbX Ha BCEKWU LIECT mMecela. Bb3 ocHoBa Ha AaHHUTe OT
HaUMOHA/MHMA PEerncTbp Ha nauneHTn ¢ peaku 3abonasaHma HLO3A roavwHoO Wwe wM3rotsa U
ONOBECTABA AOKNAA, 33 eNMAEMUONOTUATA HA peaKkuTe bonectn B bbarapus.

OTCbCTBMETO KbM MOMEHTA Ha e€eAWMHEeH HauWOHaneH pernctbp B bbarapua He
O3HayaBa pasbupa ce, u4e paboTewmte no npobnemute Ha peakuTe 6onecTM y Hac He ca
OCb3Ha/IN BAXHOCTTA U NOA3UTE OT TO3U ENUAEMUONOTMYEH MHCTPYMEHTapuym. Peagmua TakmBea
PEerucTpu CbLLECTBYBAT KaToO Pe3ynTaT OT CbBMECTHM AENHOCTU MeXKAY MeAUUMHCKUM Hay4yHM
OPYXKeCTBA, KIMHUYHN UEHTPOBE, MALMEHTCKM OPraHM3aLUnm 1 HeNpPaBUTENCTBEHMA CEKTOP.

NHPOPMaLMOHHMAT LEHTBP 3a peakun b6onectn u nekapcrea cupaum (MUPB/IC) nokaHu 3a
y4yacTme B HactoAawmA 0630p M3BECTHUTE KbM MOMEHTa, GYHKUMOHMPALWLN Ha TepuTopuATa Ha
Bbarapua peructpu 3a peaku 3abonasaHua. Cbrnacve 3a yvyacTve M NoJaBaHe Ha aKTyasiHa
nHbopmauma 3aAaBMXa KoopAauHaTopuTe Ha 14 ennaemmonorndyHu perncTtpu 3a  peaku
3abonsBaHuA (No a3byyeH pen):

0 HauwnoHaneH permcTbp Ha nNaumeHTM Hag 18 r. Bb3pacT C XPOHUYHA MUeNoUAHA NieBKeMuA
(XMN);
HaunoHaneH perncrbp Ha naumeHTn ¢ 6onect Ha lowe;
HaunoHaneH perncrbp Ha naumeHTH ¢ 6onect Ha KpoH;
HaunoHaneH perncTbp Ha naumeHTr ¢ 601ecT Ha YUACHH;
HaunoHaneH perncTop Ha NaLMEHTU C MUOTOHWYHA ANCTpodmAa Tmn 1;
HaunoHaneH perncTop Ha NaLMEHTN C MUOTOHUYHA ANCTPODMA TMN 2;
HaumoHaneH perncTop Ha NAUMeHTU C MyKonoansaxapmaosa tun li;
HaunoHaneH perncTbp Ha NaUMeEHTM C MyCKyAHa anctpodua bekep;
HaunoHaneH perncTbp Ha NauMeHTU C MyCKyAHa anctpodua [JioweH;
HaumoHaneH perncTbp Ha NAUMEHTU C HEBPOEHAOKPUHHU TYMOPU;
HauunoHaneH perncrbp Ha NauMeHTn ¢ NbPBUYHU MMmyHoaeduumtn (NMUAA);
HaunoHaneH perncTbp Ha NaUMEHTU C TanaceMmnsa mamnop;
HauunoHaneH perncTbp Ha NaumMeHTU ¢ GeHUAKETOHYPUSA;
HaunoHaneH perncTbp Ha NaLMEHTU CbC CIMHANAHA MYCKY/HA aTpodusa.
Pernctpute ca 0606wWweHO NnpeacTaBeHn Ypes3 nokasaTennTe, U3noni3BaHu B Nbpema 0630p
3a perucTpuTe 3a pegkm 6onectm B bbarapuma, a UMEHHO :
O roAuHa Ha Cb3JaBaHe;
O roAuHa Ha nocnegHo obHOBABaHE;
0 6poi naumMeHTH NpPU NOCNeAHOTO aKTyaIM3NUPAHE;
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pasnpeaeneHune no Bb3pacT;
pasnpeaeneHue no non;

TepuTopuaneH obxsar;

6ubnuorpadus ¢ nybaMKauuKu, NOTBbPXKAABAWM  DYHKLMOHMPAHETO HA CbOTBETHMA
ennaeMMONOrNYeH PerncTbp (ako MMa HaIMYHM).

o O OO

HAUUOHANEH PETUCTBP HA NAUMUEHTU HAZ, 18 I'. BB3PACT C XM/

Paaka 6onect (MKB-10 kop) XpoHuyHa mnenougHa neskemums (C92.1)
FoauHa Ha cb3paBaHe 2010
FoauHa Ha nocneaHo obHoBABaHe 2012
Bpoit nauMeHTU NPy NOCNEeAHOTO 328
aKTyanusmnpaHe
PasnpeaeneHune no Bb3pact Bb3pacTtHu — 328
PasnpegeneHue no non Mbxe — 163; eHun — 165
TeputopuaneH obxsar HaunoHaneH
[-p LLloHKa MuTeBa
KoopauHatop NHbopMaLMOHEH LeHTbp 3a peakn bonectu u

neKkapcrsa cupaum, Nnosans

1. CredaHos P, Muxannos I, lepuesa /1, Xapxves E, MapuHoBsa-
lopaHoBa B, LiseTkoBs H, borgaHos /1, PaitHos HO.
Enngemuonorna Ha XMJ1 B bbarapma — nMAOTHO NpoyyBaHe.
CoumanHa meguumHa U 34paBeH MeHUAXMbHT, 2010, 1:7-13.

2. Mutesa L, Uckpos I, NMonosa /1, CtedaHos P.
EnnaemnmonormyHmn peructpu 3a pegkmn 3abonasanusa. 2-pa
HaumoHanHa KoHpepeHLMA 3a peaKkn bonectn 1 nekapcTea
cupaum — cbOpPHUK € NocTepun 1 npeseHTaumm, 2011: 149,

Bubnuorpadus

HAUMUOHANEH PETUCTBP HA NAUUEHTU C BONECT HA NOLLE

Pagka 6onect (MKB-10 Koa) Bonect Ha lNowe (E75.2)
FloaunHa Ha cb3aaBaHe 2011
FoguHa Ha nocneaHo o6bHoBABaHe 2014
Bpoit nauMeHTU NpU NOCNeaHOTO 17
aKTyanusunpaHe
PasnpepeneHue no Bb3pact Oeua (nog 18 r.) — 1; Bb3pactHn — 16
PasnpeaeneHue no non MbrKe —9; KeHn — 8
TeputopuaneH obxsar HauuoHaneH
[-p LoHka MuTeBa
KoopauHatop MHPopmauMoHeH LeHTbP 3a peakn bonectn n

neKapcrsa cupaum, Nnosans

1. Muresa L, Uckpos I, Monosa /1, CtedpaHos P.
ENnMaemmonormyHmn peructpu 3a pegkmn 3abonsasanumsa. 2-pa
HaumoHanHa KoHpepeHLMA 3a peakn 6onectn U nekapctea
cupaum — cbopHUK c nocTepu M npeseHTaumm, 2011: 149.

Bubnuorpadus




HAUMUOHANEH PETUCTBP HA NAUMUEHTU C BONECT HA KPOH

Pagka 6onect (MKB-10 Koa) Bonect Ha KpoH (K50)
FoauHa Ha cb3gaBaHe 2010
FoauHa Ha nocneaHo obHoBABaHe 2012
Bpoit nauMeHTU NPy NOCNEeAHOTO 191
aKTyanusunpaHe
PasnpepeneHue no Bb3pacr Jeua (nog 18 r.) — 1; Bb3pactHn — 190
PasnpegeneHue no non Mbke — 84; KeHun — 107
TepuTtopuaneH obxsar HaunoHaneH
[-p LLloHKa MuTeBa
KoopauHatop NHbopmauMOoHEH LeHTbp 3a peaku bonectu u

nekapcrsa cupaum, lNaosgus

1. Muresa L, Uckpos I, Monosa /1, CtedpaHos P.
EnnaemumonornyHmn pernctpm 3a peaku 3abonasaHua. 2-pa
HaunoHanHa KoHbepeHUUs 3a peakn 6onecTn U nekapcTsa
cupaum — cbOpHUK C NocTepu 1 npeseHTaumm, 2011: 149,

HAUUOHANEH PETUCTBP HA NALUMUEHTU C BONECT HA YU/ICbH

Bubnuorpadus

Paaka 6onect (MKB-10 kop) Bonect Ha YuncobH (E83.0)
FoauHa Ha cb3paBaHe 2011
FoauHa Ha nocneaHo obHoBABaHe 2011
Bpoiu naymneHTn npu nocnegHoto 162
aKTyanusmnpaHe
PasnpepeneHue no Bb3pact Oeua (nog 18 r.) — 14; Bb3pactHu — 148
PasnpeaeneHue no non MbrKe — 90; eHn — 72
TeputopuaneH obxsar HauuoHaneH
[-p LoHka MuTeBa
KoopauHatop NHpopmaumoHeH UueHTbP 3a peakun b6onectn m

nekapctea cupaum, Nnosgus

1. MwureBa U, MWUckpos [, MNonosa /I, CredpaHos P.
ENMaemnmonormyHn peructpu 3a pegku 3abonssaHua. 2-pa
HauunoHanHa KoHdepeHums 3a peakn 6onectm M nekapcrsa
cupaum — cbopHUK c nocTepu 1 npeseHTaumm, 2011: 149.

bubaunorpadpus

HAUMOHANEH PEMUMCTBP HA NALUMEHTU C MUOTOHUYHA OAUCTPO®UA TUN 1

Pagka 6onect (MKB-10 Koa) MwuoToHuuHa auctpodusa Tmn 1 (G71.1)
FloaunHa Ha cb3paBaHe 2008 — 2010
FoguHa Ha nocneaHo o6HoBABaHe 2013
Bpoi nauyueHTun npu nocnegHoto 47
aKTyanusunpaHe
PasnpepeneHue no Bb3pact Oeua (nog 18 r.) — 3; Bb3pacTHn — 44
PasnpeaeneHue no non MbrKe — 23; eHun — 24
TeputopuaneH obxsar HaunoHaneH
Mpod. Neaiino TvpHes,
KoopauHartop gou. BennHa leprenyesa

YMBA ,, Anekcanaposcka”’, Copua
Bubnuorpadus -




HAUMOHANEH PETUMCTBP HA NALUMEHTU C MUOTOHUYHA OAUCTPO®UA TUN 2

Papka 6onect (MKB-10 Kop)
FfoanHa Ha cb3aaBaHe

foauHa Ha nocnegHo o6HoBABaHe
Bpoiu nauyueHTn npwm
aKTyanusunpaHe

PasnpeaeneHue no Bb3pact
PasnpeaeneHue no non
TepuTtopuaneH obxsar

KoopauHaTtop

Bubnuorpadus

nocneaHoTo

MuoToHUYHa anctpodus tun 2 (G71.1)
2008 - 2010

2013

3

Jeua (nopg 18 r.) — 0; Bb3pacTtHn — 3
MbrKe — 0; *KeHn — 3

HaunoHaneH

Mpod. MBainno TbpHes,

gou,. BenunHa lNeprenyesa

YMBA ,, Anekcanaposcka”’, Copua

HAUUOHANEH PETUCTBP HA NAUMUEHTU C MYKOMOJ/IU3AXAPUAO3A TUIM 2

Paaka 6onect (MKB-10 kop)
FfoanHa Ha cb3aaBaHe

foauHa Ha nocnepgHo o6HOBABaHEe
Bpoit nauMeHTH Npu NOCNEAHOTO
aKTyanusmnpaHe

PasnpeaeneHue no Bb3pact
PasnpeaeneHue no non
TeputopuaneH obxsar

KoopauHartop

bubaunorpadpus

MyKononusaxapuaosa tmn 2 (E76.1)
2011

2011

7

Jeua (nog 18 r.) — 7; Bb3pactHn —0

Mbrke —7; "enn —0

HaunoHaneH

[-p LoHka MuTeBa

NHbopmaumMoHeH LeHTbp 3a peaku bonectu u

nekapctea cupaun, Nnosgus

1. Mutesa L, Uckpos I, Monosa /1, CtredpaHos P.
EnnaemumonornyHmn pernctpm 3a pegku 3abonasaHua. 2-pa
HaunoHanHa KoHpepeHuUMA 3a peakn 6onectn n nekapcrea
cupaum — cbOpHUK € NocTepun 1 npeseHTaumm, 2011: 149,

HAUMOHANEH PETMCTHbP HA NAUMUEHTU C MYCKY/THA AUCTPOPUA BEKEP

Papka 6onect (MKB-10 Kop)
FloaunHa Ha cb3paBaHe

FoanHa Ha nocnegHo obHOBABaHe
Bpoii nauMeHTH Npu NOCNE[HOTO
aKTyanusupaHe

PasnpepeneHue no Bb3pact
PasnpeaeneHue no non
TeputopmuaneH obxsar

KoopauHartop

Bubnuorpadus

MycKynHa anctpoous bekep (G71.0)
2008 - 2010

2013

33

Oeua (nog 18 r.) — 30; Bb3pacTHmM — 3

MbrKe — 31; eHun — 2

HaunoHaneH

Mpod. Neaiino TvpHes,

aou. BennHa leprenyesa

YMBAJ ,, Anekcanaposcka”, Codpusa

1. Todorova A, Todorov T, Georgieva B, Lukova M,
Guergueltcheva V, Kremensky |, Mitev V (2008). MLPA
analysis/complete sequencing of the DMD gene in a group of

Bulgarian Duchenne/Becker muscular dystrophy patients.
Neuromuscul Disord; 18(8):667-70.




HAUUOHANEH PETUMCTBP HA NALUMUEHTU C MYCKY/THA AUCTPO®PUA AIOLLEH

Papka 6onect (MKB-10 Kop) MycKynHa anctpodus OioweH (G71.0)
FoauHa Ha cb3gaBaHe 2008 - 2010
FoauHa Ha nocneaHo obHoBABaHe 2013
Bpoit nauMeHTU NPy NOCNEeAHOTO 87
aKTyanusunpaHe
PasnpepeneHue no Bb3pacr Jeua (nopg 18 r.) — 67; Bb3pacTtHu — 20
PasnpegeneHue no non Mbxke — 87; KeHn -0
TepuTtopuaneH obxsar HaunoHaneH
Mpod. MBainno TbpHes,
KoopauHaTtop gou,. BenunHa lNeprenyesa

YMBA ,, Anekcanaposcka”’, Copua
1. Todorova A, Todorov T, Georgieva B, Lukova M,
Guergueltcheva V, Kremensky |, Mitev V (2008). MLPA

Bu6nuorpa¢un analysis/complete sequencing of the DMD gene in a group of
Bulgarian Duchenne/Becker muscular dystrophy patients.

Neuromuscul Disord; 18(8):667-70.

HAUUOHANEH PETUCTBP HA NAUMUEHTU C HEBPOEHAOKPUHHU TYMOPH

Paaka 6onect (MKB-10 kop) HeBpoeHaoKpnHHM Tymopu (K50)
FoauHa Ha cb3paBaHe 2013
FoauHa Ha nocneaHo obHOBABaHe 2013
Bpoit nauMeHTU NPy NOCNeAHOTO 127
aKTyanusmnpaHe
PasnpepeneHue no sBb3pacr Jeua (noa 18 r.) — 4; Bb3pactHn — 123
PasnpeaeneHue no non Mbxe —57; KeHn — 70
TeputopuaneH obxsar HaunoHaneH
[-p LLloHKa MuTeBa
KoopauHatop NHbOopMaLMOHEH LLeHTbp 3a peakn bonectu u

nekapcTea cupaum, Nnosams
bubaunorpadpus -




HALMOHA/EH PEFTUCTBP HA NALMEHTU C TANACEMUA MANOP

Pagka 6onect (MKB-10 Koa) Tanacemus maiiop (D56.1)
FoauHa Ha cb3gaBaHe 2009
FoauHa Ha nocneaHo obHoBABaHe 2012
Bpoit nauMeHTU NPy NOCNEeAHOTO 270
aKTyanusupaHe
PasnpepeneHue no Bb3pacr Jeua (nopg 18 r.) — 105; Bb3pacTtHm — 165
PasnpegeneHue no non Mbxe — 141; eHn — 129
TepuTtopuaneH obxsar HaunoHaneH
[-p LLloHKa MuTeBa
KooppuHatop NHbopmauMOoHEH LeHTbp 3a peaku bonectu u

nekapcrsa cupaum, lNaosgus
1. Miteva Ts, Kaleva V, Stefanov R. National registry of patients
with thalassemia in Bulgaria. 4" Eastern European
conference for rare diseases and orphan drugs — conference
proceedings book, 2009: p. 143.
2. Mutesa L, CtredaHos P, Kanesa B, PaHrenosa M, CtosiHoBa [,
MaHynnosa K, CtoaHoBa A, Koctosa [l, KoctoBa C, Yakbpos U,
leopruesa P, Pubos [l. HauMoHaneH perncrop Ha NauneHTu ¢
Tanacemun B Bbarapua — pesynTaTti oT NbpBOHAYaAHO
enuMaeMMoNorMyHo Npoy4YBaHe, NPoBeAEHO Npes nepmMoaa
AHyapu — anpua 2010. 1-8a HaunoHanHa KoHpepeHLmsa 3a
peaku 6onectu u nekapcTea cupaum — C6OpHUK € NocTepu U
Bubnuorpadus npesenTtauum, 2010: 142,
3. Kaleva V, Stefanov R, Semova G, Miteva Ts. National registry
of patients with thalassemia in Bulgaria — results of the second
survey made in October 2010. Proceedings of the 12th
International Conference on Thalassemia and the
Haemoglobinopathies, 2011.
4. Mutesa L, Kanesa B, PaHrenosa M, CtoaHosa [1, MaHyunoBa
K, CtoaHoBa A, KoctoBa [1, Koctosa C, Yakbpos U, leopruesa P,
CredaHos P. HauMoHaneH perncrbp Ha NauMeHTH € Tafacemms B
bbvnarapua — pe3yntaTtu, otyeTeHM KbM toHKU 2011 r. 2-pa
HaumoHanHa KoHpepeHLMA 3a peakn 6onectn U nekapcrea
cupaum — cbopHUK ¢ nocTepu M npeseHTaumm, 2011: 148.

HAUUOHANEH PETUCTBP HA NALUMUEHTU C MBPBUYHU UMYHOAEPULUTHU

Papka 6onect (MKB-10 Kop) MbpBrYHN MmyHoaeduumTKn (D8O, D81, D82,
D83, D84, D89)
FoauHa Ha cb3paBaHe 2010
FoauHa Ha nocneaHo obHOBABaHe 2014
Bpoit nauMeHTU NPy NOCNEeAHOTO 131
aKTyanusunpaHe
PasnpepgeneHue no sb3pact N/A
Pa3npegeneHue no non Mbke — 66; KeHun — 65
TeputopuaneH obxsar HaunoHaneH
KoopauHatop Mpo¢ Enncaseta HaymoBsa
YMBA , Anekcanaposcka”’, Copua
Bubnuorpadus -




HAUMOHANEH PETUMCTBbP HA NALUEHTU C PEHUNKETOHYPUA

Papgka 6onect (MKB-10 Koa)
FoaunHa Ha cb3paBaHe

foauHa Ha nocnegHo o6HOBABaHe
Bpoit nauMeHTU Npu NOCNE[HOTO
aKTyanusupaHe

PasnpepeneHue no Bb3pact
PasnpepgeneHue no non
TeputopuaneH obxsar

KoopauHatop

bubnunorpadwus

deHnnketoHypus (E70.0)
1977

2014

171

Jeua (nopn 18 r.) — 95; Bb3pacTHn — 76
Mbrke — 87; 'eHun — 84

HaunoHaneH

[ou. Anekcen CaBos

HauunoHanHa reHeTuyHa nabopatopun, Codus
1. Kremensky |, Jordanova A, Todorova A, Savov A, lankova S,
Georgieva B, Zaharova B, Kaneva R, Petkova R, Andonova S,
Ivanova M, Michaylova E, IvanovaN, Klaydjieva L. Mutation
profile of the most common genetic disorders in Bulgaria.
Balkan journal of Medical genetics vol 3 (4) 3-12, (2000)

2. l. Kremensky, A. Todorova, A. Jordanova, A Savov, | Tournev,
S lankova, B. Georgieva, B. Zaharova, R. Kaneva, R. Petkova, S.
Andonova, M. Ivanova, R. Rainova, and L. Klaydjieva. Spectrum
of mutations of the most common genetic disorders in Bulgaria.
The Official International E.C. Qual. L. Journal for Quality of the
Research. Voll Issue2 p. 172-185 March-April (2003).

HAUMOHANEH PEMUMCTHP HA NALUMEHTU CbC CNMUHANTHA MYCKY/IHA ATPO®UA

Papka 6onect (MKB-10 Kop)
FloaunHa Ha cb3paBaHe

FoanHa Ha nocnegHo obHoOBABaHe
Bpoii nayMeHTn npu
aKTyanusupaHe

PasnpepeneHue no Bb3pact
PasnpeaeneHue no non
TeputopmuaneH obxsar

nocneaHoOTo

KoopauHaTtop

Bubnuorpadus

CnuHanHa MyckynHa atpodums (G12.2)
2008 - 2010

2013

52

Oeua (nog 18 r.) — 31; Bb3pacTHm — 21
MbrKe — 29; eHn — 23

HaunoHaneH

Mpod. MBainno TbpHes,

gou. BennHa lNeprenyesa

YMBA ,, Anekcanaposcka”’, Copua

10



CnUCBbK C U3NON3BAHUTE U3STOYHULU U BPB3KU

PernameHTt (EO) 141/2000 Ha EBponeickusa napiameHT U Ha CbBeTa 3a /NeKapcTsaTa
cmpaum

http://ec.europa.eu/health/files/eudralex/vol-1/reg 2000 141/reg 2000 141 bg.pdf

Ovpektnea 2011/24/EC Ha EBponelickus napnameHT u Ha CbBeTa 3a ynpaskHABaHe Ha

npaBaTa Ha NaLUMeHTUTe NP TPaHCTPaHUYHO 34paBHO o0bcnyXKBaHe
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:L:2011:088:0045:0065:BG:PDF

CvobweHne Ha HKomucuata po Esponenckna napnameHT, CbseTa, EBponeinckua
MKOHOMMYECKM W coumaneH KomuTeT M KomuTeTa Ha pernoHuTe OTHOCHO peakuTe

3abonasaHuAa: npegn3snKaTesiICTBaTa 34 EBpona
http://ec.europa.eu/health/ph threats/non com/docs/rare com bg.pdf

MpenopbKa Ha CbBeTa Ha EC (2009/C 151/02) 3a aeicteue B 061acTTa Ha peaxuTe bonectu
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:C:2009:151:0007:0010:BG:PDF

Mpenopbkn Ha KomuTeTa Ha ekcnepTute no pepku 6onectn kbm EC (EUCERD) 3a

perncTpMpaHeHe Ha naumMeHTu C peakm 6onectm u cbbupaHe Ha gaHHu (5 toHM 2013)
http://www.eucerd.eu/wp-
content/uploads/2013/06/EUCERD Recommendations RDRegistryDataCollection adopted.pdf

MexayHapoaeH nopTtan 3a peaku bonectu u nekapcrtasa cupaum Orphanet
http://www.orpha.net/consor/cgi-bin/index.php
EBponelickM NpoOeKT 3a paspaboTBaHe HA HaAUMOHANHW NJaHOBe 3a peaku 6onectu

(EUROPLAN). Npenopbku 3a pa3paboTBaHe Ha HaLMOHANHM NaHOBE 3a peaKn bonectu
http://www.europlanproject.eu/ newsite 986987/Resources/docs/2008-2011 2.EUROPLANGuidance.pdf

EBponeickM npoekT 3a pa3paboTBaHe HA HAUMOHANHW NNAHOBE 3a peakuM bHonectu
(EUROPLAN). M360p Ha WHAMKATOPWU 3@ OLEHKA Ha MNOCTUMKEHWUATA Ha WMHULMATUBU B

obnacTTa Ha peakuTe bonectn
http://www.europlanproject.eu/ newsite 986987/Resources/docs/2008-2011 3.EUROPLANIndicators.pdf

Esponeiicka nnatdopma 3a peructpu 3a pegku 6onectn (EPIRARE)
http://www.epirare.eu/
RD-CONNECT — wuHTerpupaHa nnatopma 3a CBbp3BaHe Ha pernctpu, 6asm gaHHu U

61obaHKM 3a peakun bonectu
http://rd-connect.eu/

Posada de la Paz M, Groft S C (Eds.). Rare Diseases Epidemiology. Springer’s Advances in
Experimental Medicine and Biology, Vol. 686, 2010

Orphanet. Pernctpu 8 EBpona, Mopeauua aoknagm Ha Orphanet, aHyapu 2014
http://www.orpha.net/orphacom/cahiers/docs/GB/Registries.pdf

MWHUCTEPCTBO Ha 3a4paBeona3BaHeTo. HauMoHanHa nporpama 3a peaku 6onectm (2009 —

2013)
http://www.mh.government.bg/Articles.aspx?lang=bg-BG&pageid=427&categoryid=889

MwuHucTepcTBO Ha 3apaBeona3BaHeTo. Hapeaba Ne 16 ot 30 tonmn 2014 r. 3a ycnoBuATa U
peaa 3a peructpupaHe Ha pegkute 3ab6onsBaHMA WM 33 EKCNEepTHUTE LeHTpoBe U

pedepeHTHUTE MpeXKn 3a peaKmn 3abonasaHuA
http://dv.parliament.bg/DVWeb/showMaterialDV.jsp;jsessionid=7F3346719F17C9EB71FB6A59F7ADFEF9?id
Mat=87157

2-pa HaumoHanHa KoHdepeHuMAa 3a peakn bonecTn M neKapcTBa cupaum — cbOpHUK C

nocrepu u npeseHtauum, 2011
http://raredis.org/pub/Newsletter/Conference Book 2011.pdf

3-ta HauMoHanHa KoHdepeHuMA 3a peakn bonectm M nNekapcrTsa cupaun — CBOPHUK C

nocrtepu n npeseHtauumn, 2012
http://raredis.org/pub/Newsletter/Conference Book 2012 LQ.pdf

4-ta HaumoHanHa KoHdpepeHuua 3a peaxu 60i1ectM u nekapcrea cupauu — cb6OpHUK C

nocrepu u npeseHtauunm, 2013
http://raredis.org/pub/Newsletter/Book 2013 LQ.pdf

11



