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ENUAEMUONOTMYHU PETUCTPU

3A PEAKU BONIECTU B bb/IrAPUA

Memoodonoaus
MpegmeTt Ha HacToAWMA 0630p ca eNUAEMUONIOTUYHU PErucTpy 3a peakun 6onectu B bbarapusa. 0630pbT He pasrnexpa u
He BK/1I04YBaA K/INMHUYHUTE perncTtpu, nogabvp>KaHu B neyebHute 3aBeaeHuA.
Lienta Ha NPoOy4YBaHeETO € Aa Aaje aKTyasHa MHOopMauuMa 3a eNMAEMUONOrMYHUTE PErnucTpyu 3a peaku 6onectn y Hac
ypes:
= onucaHne Ha OCHOBHUTE XapPaKTEPUCTUKUN HA TO3U BUL 6a3u AaHHU (U,EIWI U 3aga4uum, non3n n AOGaBEHa CTOVIHOCT,
KNAK4yoBUu ¢aKTOpVI npu na1aHUpaHeTo, CTapTUpaHeTo U ynpas/1eHNeTo Ha eNnnaeMnosIorM4H1 perucTpu 3a pegku
6onectn);
= npeacraBaHe Ha EBponeﬁCKMTe n mexXayHapoaHu npenopbKU U HACOKU B Ta3un oﬁnacr;
= pe3toMmupaHe Ha Ha/In4HaTa MH(bOpMaLI,Mﬂ 3a obxBaTa Ha cbullecTByBalluUTe perucTpu 3a pegku 6onectn Y Hac.
BknioueHuTe B 0630pa pernctpu ca uaeHTupuumnpaHm upes:
© TbpCeHe No K1K4oBu AyMHU B 6a3aTa AdHHU 32 HAYYHU CTAaTUKN NO meguunuHa Pubmed;
e 06sABeHUTe perucTpu Ha nopTtana 3a peaku 6onectu Orphanet;
© npeacraBeHUTe perucTtpu Ha B'ropa HaUuMUOHaA/Ha KOH¢ep8HLl,Mﬂ 3a peaku 6onect u NieKapctBa cCupauu
(cbbuTHETO 6 AOMAKMH HA CneLmnanHa NaHeIHa cecua 3a eNUAeMMUOIOTMYHU PErUCTPU 3a peaKu bonecTtu);
© nNMCMeHN NOKaHU A0 Bogelwun KIMHUYHU UeHTpoBe B anrapvm, npenopb4aHu OT NAUNEHTU C peaKun 6onectu.

AdepuHuyuu

e Psapka 6onect — 3abonsBaHe c pa3npocTpaHeHue He noseye oT 5 Ha 10 000 aywwm B EC.

* EnnpgemuonornyeH pernctbp — opraHuMsupaHa cuctema 3a cbbupaHe, cbxpaHeHue, M3non3BaHe, NpocaeasBaHe U
pa3snpocTpaHeHue Ha ACHO onpeAeneHu enuaeMUoNOrMYHU AaHHU 32 KOHKPETHU UHAUBUAN.

CvovprcaHue

O C'bI.I.I,HOCT un npegHasHadyeHue Ha enngaemMunoIorM4HUTE perucTpu 3a peakum 6onectu

O HOIWITVIKVI, HACOKU U UHUUUNATUBU Ha 06LI.I,ECTBEHOTO 34paBeona3BaHe NO OTHOWEHWEe Ha ennaemMmunosIorM4HuTe
peructpu 3a peaku 6onectu

e 0606weHa nHpopmaLua 3a eNUAEeMUOIOTMYHU PETUCTPU 3a peaKu 6onectn B bbarapusa

AemopcKu npaesa
BcuuKu npaBa 3ana3eHu. MaseH peaakTop: PymeH CtedaHoB. ABTOpU Ha 0630pa: LloHka MuteBa, lfeopru Uckpos.
CbAbpKaHMeTo Ha 0630pa e cbc cBo6oAeH AocTbN M 6e3nnaTHO 3a pa3npocTpaHeHue, Ny6AMYeH MOKas U Ap. Npwm
KOPEKTHO LiMTUpaHe Ha NbPBOU3TOUYHMKA. MIPaBUNHUAT HAUMH 3a LUTUPAHE HAa NbPBOMU3TOUHMUKA € CNeAHUAT:
,Enudemuono2u4Hu peaucmpu 3a pedku 6onecmu e bvazapus, Mopeduya o63opu Ha ULIPBJIC, as2ycm 2012,
http.//raredis.org/pub/Epi Req Report 2012 BG.pdf’

3a evnpocu u komeHmapu: info@raredis.org
© 2012 BAMNOH.
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Paspen 1

CbLWHOCT 1 NPEAHA3SHAYEHUE HA
ENMAEMUONOTMYHUTE PETUCTPU 3A PEOKU BONECTU

Mo cBOATa CbLLHOCT €NUAEMUONOTMYHUTE PEerucTpu NpeacTaBnABaT OpraHU3MpaHa cucTema 3a
cbbupaHe, cbxpaHeHue, M3NoN3BaHe, MpPoOCNeAABaHE M PA3NPOCTPAHEHME Ha ACHO onpeaeneHu
enuaeM1oNorMyHn AaHHU 33 KOHKPETHU UHAUBUAM.

MN3Xx0KOaMKM OT Taka AePUHMpPaHUTE enuaemMUONOrnMYHMU PErucTpu 3a peakn 6onectn, TexHute
Hal-CbLEeCTBEHN 0CO6EHOCTU BKHOYBAT:

* nonynayMoHHo 6a3npaHu, NpoabAKUTENHU, HAbAOAABALWM eNUAEMNONOTNYHN NPOYYBaHUSA;

*  CTpOrv npaBuaa v npoueaypu 3a KOHOUAEHLMANHOCT M 3aLUMTA HA IMYHUTE AaHHMU;

* ynpaBieHWe Ype3 He3aBUCUMM HAYYHM TPYNU, BKAOYBALLM EKCNEePTH B CbOTBETHUTE 061acTu;

*  XapMOHM3auMA M B3aMMOALENCTBME C HA/IMYHATA 3aKOHOBa 6a3a Ha HaUMOHANHO U eBPONEencKo
HWBO.

KombuHaumAatTa OT Te3nM acnekTM SACHO pasrpaHMyaBa enuAeMMUMONOTrMYHUTE pPerncTtpu ot
OCTaHa/UTe BUAOBE PErNCTPU, KOMTO CbLLECTBYBAT B CMCTEMATa Ha 34paBeona3BaHeTo.

Mon3uTe OT BbBEXKAAHE M NOAAbPKAHE HA ENUAEMUONOTMYHM PETUCTPU ca:

* ocurypsiBaHe Ha enuaemMMoNorMYHM AaHHM 33 6onecTHOCT M 3abonseMocT OT peakuTe 6onecTn Ha
pPermoHanHo, HaLMOHANHO U MEXAYHAPOAHO HUBO;

*  nopobpsiBaHe Ha MEAULMHCKOTO NO3HaHWE 33 BapnMabmMaHOCTTa U X043 Ha peaKuTe 3abonaBaHus;

* HabnogeHue n oueHsBaHe Ha M3xoaa Ha 3abonABaHeTo;

* NpeaocTaBsHE Ha AAHHW Ha 34paBHUTE BNACTU 3a LLe/IMTE Ha NaHMpaHeTo M obe3neyaBaHeTo Ha
MeAULMHCKM YCAYTU U AeMHOCTU, CBbp3aHK ¢ NpoduaaKkTMKaTa, 1eYeHNEeTo N pexabunmtaumsaTa Ha
KOHKPETHOTO psAaAaKo 3abonsBaHe.

[JobaBeHaTa CTOMHOCT Ha Te3M MPOEKTM e OrPOMHa, Mopaau KOeTo B peanua eBponeircku
AbpKaBu BPoAT Ha enNNMaAeMUONOTMYHUTE PErUCTPU € BHywuTeneH, Hanpumep ®paHuma (122), lfepmaHus
(86), ObeauHeHoTo Kpancteo (58) u ap. JeduHMpaliku AONBAHUTENHU, CNEeUNUYHN Uenn npen Tesu
pernctpu, Te morat ga 6bAaT aKTUBHO M3MOA3BaHM HE CaMO 3a HYXAWTe Ha 34paBeona3BaHeTo, HO U 3a
notpebHOCTUTE OT BCAKA eAHa coumanHa cdepa Ha CbBPEMEHHOTO 0bLLecTBO, KbAETO MHPOpPMAUUATA €
pecypc OT NMbPBOCTENEHHO 3HAaYEHMe.

3a Aa M3NbAHABAT ePpUKACHO TaKa NOCTaBEHUTE npeg, TAX 3a4a4u, eNUAeMUONOTUYHUTE PErUCTPU
3a peaKku bonectu cneaga Aa MMAT afleKBaTHO NIaHUpPaHe U ynpasaeHue. B Tasmn Bpb3Ka morat ga 6baar
onpeaeneHn cnegHUTe OCHOBHU Npean3BMKaTeNCTBA NPU Cb34aBAHETO M YCNEWHOTO GYHKUMOHUPAHE Ha
eAMH TaKbB PErncTbp:

* peduHMpPaHe Ha ACHM U KOHKPETHM LLeaIn U 06XBaT Ha perncTbpa ;

* onpegensHe Ha npeum3eH Habop OT eNMAeMUONOTMYHM NOKA3aTeNu, MHPOPMaLMA 3a KOMTO Lie ce
CcbbuMpa, CbXpaHABa, aHaIM3MPa M PA3NPOCTPAHABA OT PETUCTBPA;

* Ba/MgupaHe Ha ,BaM3awarta”’ u ,m3nmnsawarta”’ ot perncrbpa MHGopmaums;

*  3alMTa Ha INYHUTE OAHHW.
3a NPaKTMYECKOTO pellaBaHe Ha BCUYKU Te3n Npobnemm e Hy»KeH KOHCEHCYCEH U CUHepruyeH

noaxoa, obxsaljall, Pas/IMYHN 3aUHTEPECOBAHU CTPaAHU MO TO3M BbMPOC, KOUTO MoraT Aa 6baaT KaKTo
MbPBUYHU M3TOYHUUM, TaKa M KpaWHW NOTpebuTenn Ha perncrbpa. 3aToBa NPU MNNAHUPAHETO U
yNpaBAEeHNETO Ha EnUAEMMONIOTMYHUTE PEerucTpu 3a peaku bonectn Tpsbsa pa 6baaT aKTUBHO
npuUBAEYEHN MALMUEHTUTE U TEXHUTE CEMENCTBA; MEANLMHCKUTE CNEUNanmcTi, CBbpP3aHn ¢ nevyebHus u
pexabunnTaunmoHHus npouec; papmaLeBTUYHATA MHAYCTPUA U 34PaBHUTE BNACTU.

YYyacTMeTo Ha BCUYKM Te3M 3aMHTEPECOBAHM CTPAHWM 3acCUBA TAXHATA aHraXKMpPaHoCT, OT Apyra
CTpaHa NpaBM CaMOTO CbLLECTBYBAHE HA perncTbpa no-gobpe GpyHKUMOHMPALLO M NPAKTUYECKM NOE3HO.
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Paspen 2
NONUTUKU, HACOKU U UHULUUATUBU HA

OBLLECTBEHOTO 34PABEONA3BAHE MO OTHOLWWEHUE HA
ENMAEMUONOTMYHUTE PETUCTPU 3A PEOKU BONECTU

[oKkaTo B bbarapus TemaTa 3a enUAeMUONIOTMYHUTE PErnCTPU 3a peaKkn 6onecTu e CpaBHUTENHO
HOBa, TO B €BPOMENCKM W rnobaneH nnaH ToBa He e Taka. YcuneHata paboTta Ha obuwecTtBeHOTO
34paBeonasBaHe B 06nacTTa Ha peakute 601ecTn noseye OT TpU AeceTUNeTUs fage HOBO pasbupaHe 3a
BaXXHOCTTa M MOA3UTE OT Te3n enuAeMMUONOrMYHU UHCTPYMEHTU. CbLUMHCKUAT Bym B PasBUTMETO UM
HacTbNM Npe3 nocneaHuTe AeceT FoOAWMHM, KaTo KyaMMHaumAaTa 6e npuemaHeto Ha lMpenopbKata Ha
CbBeta Ha EC 3a peiictBue B obnactra Ha peakute 6onectm ot 8 toHM 2009 r. To3n AOKYMEHT
npegonpeaenn U HadyepTa NbTHATa KapTa 3a NOAUTUKUTE U MHMUMATUBUTE B 06NaCTTa Ha peaku 6onectu
33 nNoHe pecetTunetve Hanpea. Hapea ¢ npusmBa 3a Cb3gaBaHe Ha HAUMOHANHW MIAHOBE 3a pPeaKu
6onectn B CTpaHMTe-4YNIeHKN, OTHOBO 6e MpenoTBbpAeHa aKTya/sHOCTTa Ha BbMPOCa 3a Cb3AaBaHe U
nogAabp)KaHe Ha enuAeMMONOTrMYHM PerncTpu 3a peakn bonectn, a mmeHHo: ,Jvpiasume-yneHKu
cnedsa 0a 0bmucaam nodKpenama HA 8CUYKU MOOX00AWU PABHUWA, BKAIOYUMENHO HA PABHUWEMO HA
O6bwHocmma, cneyuguyHU UHGOPMAUUOHHU Mpexcu 3a 3abonssaHuama, om eOHad cmpadHa, u
peaucmpu u 6a3u OaHHU 3a enudemuosn02U4HU Ueau, om Opyaa CMpPaHd, Kamo 8 CbWomo epeme ce
83ema npedsud Hezasucumomo ynpasseHue”. Ta3nM 3HAYMMOCT Ha EenUAEeMUONOTNYHUTE PErncTpu
Npou3TMYa OT KOOpAMHMPALLATa POAs, KOATO Te MIPaAT 3a YCNewHOTO NPU/IOXKEeHME Ha BCAKO eaHOo
OEeNCTBUE NN CTpaTerma No OTHOLEHME Ha peaKkute 6onecTu.

EBponeicKkata nogKpena 3a UsrpaxaaHeTo Ha enuaemMmnoNoOrMYHM PErncTpu 3a peaku bonectm He
ce u3pasABa camMo B pamKuTe Ha perynauuute. MNpegyn nybamkysaHeTo Ha penopbkaTta, EBponelickaTa
Komucusa Bevye 6e ¢uMHaHCMpana Cb3gaBaHETO Ha 3HauuTeNneH O6poN eBpPONEencKU perucTpu u
pedepeHTHU Mmpexun 3a peakm 6onectn, KOMTO OT eAHa CTpaHa obeguHMXa CErMEHTHUSA U OrpaHUYeH
ONUT Ha HAaUMOHA/ZIHO HMBO, @ OT ApYyra CTPaHa A3aA0Xa MOLLEH CTUMYA 3a Cb34,aBaHETO Ha HOBM 3HAHMA U
onuT 3a peguua peaku 3abonaBaHuA. PonAta Ha Te3M NpPOEKTM 3a pas3BUTMETO Ha rnobanHaTta
MeAMLMHCKA HayKa € OrPOMHO.

Cnep, MNpenopbkaTa Ha CbBeTa B paMKUTE Ha MHOTO KPaTbK CPOK Baxa npeanpueTv MHUMLMATUBK B
MHOro oT CTpaHWUTe-YNeHKN 3a M3rpakAaHeTo Ha TakaBa MHOPACTPYKTypa. TyK owe BegHbK KomucuaTta
AENCTBa U3KNOUYUTENHO CTPATErMYECKM U NogKpenu ctapTupaHeTo Ha npoekta EPIRARE — HacoyeH Kbm
Cb34aBaHETO Ha 0bLa eBponeicka nnatpopma 3a ennaeMmonorMyHn perucTpu 3a peakun bonectu. Taka
6e rapaHTMpaHo, 4ye OTAEeNHUTE YCUAMA Ha HaAUMOHANHO HMBO LWe MoraT ga 6baaT obeguHeHM 3a
3HauMTenHun nopobpeHna B obnactta Ha pegkute Honectn, Kato ce ocurypu rnobaneH esponemncku
noaxod Kbm TO3M nNpobsiem, YNUTO pesynTaTuTe Aa 6bAAT YCETEHM OT BCUUKM 3aMHTEPECOBAHM CTPaHMU.
EPIRARE we aHanmsnpa 1 0606LWm KakTo 06N npeansBuKaTeNcTBa npes pernctpute (Kato sawmrarta u
CNOAENAHETO HAa /INYHM AaHHWU, ePEKTUBHO YyNpaB/iieHME M YCTOMYMBO PasBUTUE), TaKa U cneunduyHu
BbMNPOCM KaTo Habopa oOT HabngaBaHW enuaemMmonorMyHM NoKasaTenn, TAXHOTO CcbbupaHe,
obpaboTBaHe, cbxpaHeHMe, aHanuM3mpaHe u pasnpoctpaHeHn. EPIRARE obeanHasa naptHbopu ot EC,
CALL, Kutai n Pycma M oyvakBaHMATA Ha BCUMYKM CTpaHW no npobnema peakn 6onectn ca cepmosHM.
bbvarapmAa e cblo NbAHOUEHHO NpeacTaBeHa B NpoeKkta 4ypes ydyactueto Ha BAMOH Kato acoumupaH
NapTHbLOP.

Mpean EPIRARE ennaemuonornyHuTe pernctpm b6saxa obeKkT Ha Apyr mawiabeH eBponenckn NpoeKxT
B obnactta Ha pegkute 6onectn — EUROPLAN. To3n npoekT Ao ronAama creneH AOMbAHU U 06AcCHM
MpenopbKaTa, OCbLLECTBABAMKN cucTematuyeH 0630p M aHaNM3 Ha npeanpueTuTe gocera Mepku u
MHMUMATUBM B 0bnactTa Ha peakuTe bonectm Ha HauuoOHaNAHO HMBO. Ha 6asata Ha Tasu obwwupHa
nHpopmauma NPOEeKTbT M3roTBM LS/IOCTHO PbKOBOACTBO 3a NNaHMpaHe, cb3gaBaHe W yrnpaBaeHue Ha
HaLMOHANHW NAaHOBE U cTpaTerum 3a peakn 6onectn. Taka ocseH MpenopbKaTa KaTo 6a3nceH opueHTUp,
CTpaHuTe-YNeHKN Beye pa3nonaraT U C KOHKPETHU NpMMepu M HacoKM npu GopmMMpaHeTo Ha CBOATa
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HaUMOHa/HA NOAUTUKA B Ta3u obnacT. KOHKPETHO 3a ennaeMMoNOrMYHUTE PErNCTPU 3a peaku bonectu
EUROPLAN Ha 6a3aTa Ha cbluecTByBalLUTe ycnewHn npumepun popmynnpa cnegHuTe NpenopbKu:

e (Cnedsa 0Oa ce nposexdam UHUUUAMUBU HA HAUUOHA/AHO HUBO 30 HACbpYABAHEe
UHMezpamusHama ynompeba Ha a0MUHUCMPAMUBHU, 0eMo2pa@cKu U 30pasHU OaHHU C uen
nodobpeHue yrnpasneHuemo Ha pedxkume bosecmu.

* 3a uyenume Ha Hay4YHUmMe U3Cne08aHUA U obujecmseHomo 30paseornassaHe Ca HACbPYaBAHU U
MoOObPHAHU MeXOYHAPOOHU, HAUUOHAAHU U pe2uoHasaAHU peaucmpu 3ad pedKu 6onecmu,
BK/HOYUMESHO U me3u, Koumo ca No00bpHaHU Om aKadeMu4HU uscnedosamenu.

* OduyuanHume 30pasHu enacmu ca1edsa 0O0a HaAcvbpyasam 8 Cbomeemcmeue CbC
30KoHo0amesicmeomo cvbupaHemo u crnodesnaHemMo HA OAHHU OM BCAKAK8U 8a/aU0upaHu
U3MOYHUUU, BKAOYUMEsNIHO eKcrnepmHu yeHmpose, U O0ocmbvrna 00 MAX 3a uyesnume Ha
obuwecmeeHomo 30paseona3saHe.

e Hacvpyasa ce y4yacmuemo HaA 6e4ye CbUWecmsysawil HAUUOHAAHU peaucmpu 8 espornelicku
(MmexOyHapoOHuU) peaucmpu.

e Heobxooumo e Oa ce udeHmuguyupam UHCMPYMEHMU 3ad KOMOUHUpaHe Ha esponelicko u
HAUUOHA/HO (hUHAHCUPAHE Ha peaucmpume 3a pedku bonecmu.

MpuaaBalikn 3aBbplieH BuA Ha csoute npenopvkn, EUROPLAN onpegens n uHAMKaTOpM 3a
HabnlogeHMe Ha nporpeca Ha M3NbJIHEHMETO Ha 3a/10KeHUTe Lenun. B obnactra Ha pernctpure 3a pegku
6onectn Te ca bpon, TeputopmaneH obxeat, HabnogasaHn peakn 3abonasaHMA, ynpasasBall, OpraH u
ocurypeHo dpuHaHcupaHe. Te3n NpenopbKKU 6Axa NoTBbPAEHU M OT EBpOneiicKMa KOMUTET Ha eKcnepTuTe
no peakun 6onectn (EUCERD), KOWTO NO CBOETO €CTECTBO € Hal-BUCLUMA KOHCY/NTAaTUBEH €BPOMNEnCcKu
OpraH rno OTHOLLEHMe Ha peaKuTe bonectu.

Obpblualiku nornea Ha HaUMOHANHO paBHULLE, Bbarapma 6e egHa oT nbpeuTe cTpaHu B EC, KoATO
3aMn04YHa aKTMBHO 0OCBH)KAAHEe Ha Cb3AaBaHETO Ha MOJINTUKM 3a peakuTe bonectn. ToBa 6e A0 ronam
CTeneH Nnog Ha yCUaMATa Ha NauneHTn, eKapm U HenpaBUTENCTBEHUA CEKTOP. PeasHo norneaHaTo U Ao
OHec cTpaHu Kato [JaHua Hanpumep GyHKUMOHMpAT 6e3 nspuyHo GopmMynvMpaH HauuoHaneH nnaH 3a
peaku 601ecTn, HO TOBa He MPEeYM Ha NauMEeHTMTE B TAX Aa No/yvyaBaT HeobXoAMMOTO aAeKBaTHO M
KayecTBEHO /ieYeHne, npocneasBaHe, pexabunmtaums n coumanHu rpuxkun. Ha apyrua nontoc obave ca
CTpaHuTe oT M3TouHa EBpona, KOMTO Npeanpuexa MHOXECTBO NPOMEHM, BKAKOYUTENHO U B chepaTa Ha
3apaBeonasBaHeTo. ToBa AoBede A0 CEPMO3HU U3SMEHEHMA B AeNCTBAIUTE AEeCeTUNETUA OPraHU3aLNOHHU
W YyNpaBAEHCKU CTPYKTYPU U cnocobu, KOMTO U A0 AHEeC ca 0OeKT Ha HeeAHO3HaYHU KOMeHTapu. B Taka
Cb3ganaTa ce CMTyaumsa B Te3W CTPAHW NPUEeMaHeTo Ha TakbB oduuUManeH NporpamMeH AOKYMEHT KaTo
HaLMOHANHMA NNAH 3a peaKku 6onecTn e NnoBeye OT HANOXKMTENHO, 33 4@ MOXKe Aa ce Cb3aaae edrKacHa u
YyCTOMYMBA paMKa 3a pellaBaHe Ha HaTpynaaute ce NPobaemn Ha NauMeHTUTe C peakm 6onectun, TexHuTe
CcemelncTBa, NeKyBawmTe r'v neKapu, 34paBHUTE U COLMANHUTE UHCTUTYLUWN, MMALLU OTHOLLUEHME NO TO3M
npobnem. 3atoBa camoTo npuemaHe Ha HauuoHanHaTa nporpama 3a peaku 6onectn (2009-2013) s
Bbarapma camo no cebe cu e HescnopeH ycnex, 3al0TO MHCTUTYLIMOHAAM3MpPa NpobnemaTmnkaTa ,peaKm
6onectn” n page ocHOBA 3a NO-HATaTbLIHM AeNCTBMA B Ta3m obaacT.

JTormyHo Ha M3N0XKEHOTO A0 TYK, KaTo MbpPBU NpUopuTeT B HauMoOHaNHaTa Nporpama ca 3a/103KeHun
ennaeMnoNorMYyHnTe PerucTpu — ocueypAasaHe HA enudemuosno2udHU OaHHU 3a pedKume bonecmu 8
bvnzapus ypes cb3oasaHe Ha HayuoHaneH peaucmup.

YcnoBuATa M peabT 3a Cb3gaBaHETO M PYHKUMOHMPAHETO Ha perncrbpa ca B Nb/JIHOMOLWMATA HA
Cb3gageHua 3a uenute Ha HauuoHanHata nporpama HauuoHaneH KOHCYATaTMBEH CbBeT 33 peaKu
6onectn kbm MuHuUcTepcTBo Ha 3apaseona3sBaHeto (HKCPB). 3anoxeHuTe 3a4ayM npepn, perucropa
BK/IOYBAT:

e cvbupaHe, obobwasaHe U npedocmassaHe HA enuoemuosio2UYHd UHGopmayusa 3ad

3ab6onesaemocmma u 6onecmHocmma om pedku 6onecmu 8 bvnzapus;

* nodnomazaHe u3pabomeaHemo Ha OUG2HOCMUYHU U Mepanesmu4yHU Mpomokoau Uu

cmaHoapmu 3a ne4eHue Ha pedkume bonecmu;
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* rodnomazaHe 30pasHUMe 81aCMuU NpuU MNAAHUPAHE U OCU2YypA8AHemoO HA CKbIocmpysauwo

ne4yeHue U MeOUUUHCKU 2pUXuU Ha nayueHmume c pedKu bonecmu;

* nodobpsasaHe s83aumodelicmsuemo mexdy 30pasHuUme cay#bu u nayueHmMcKkume acoyuayuu;

* npedocmasAHe u nybaukyeaHe OQHHU 30 [MAQHUPAHE U CPABHEHUE HA pPe2UOHAsHO U

HAUYUOHAMHO HUBO.

3a cbXaneHue Ha BCUMYKM B bbarapua, nosede oT 3 roguMHU cnepn npuemaHeto Ha [porpamarta
HaunoHaneH pernctop 3a peakn bonectn Bce owe He m3rpageH. Tasn AMnca MMa egHAKBO HeraTUBeEH
edeKT BbpXy BCUYKM 3acerHaTM CTpaHW, 3aWo0TOo 6e3 aKTya/IHW OAHHM HEe MOXKe Aa Ce NAAHMpaT U
M3BDbPLIBAT KA4yeCTBEHO HYKHWUTE MNOAUTUKM, [AEWHOCTM W  WMHUUMATMBWU. HecblecTByBaHETO Ha
HauwoHaneH peructbp npuaasBa 4acTMUYEH UM BpPeMEHEeH XapaKTep Ha BCUYKU 34PABHU U COLMANHM
OENHOCTM 33 peakuTe Honectn y Hac. Ypes Tax ce pelwaBaT OTAENHM Npobnemu, HO epeKkTbT He e
ONTMMANEH W BOAW A0 PA3NOKbCBAHE HA YCUAMA W pPecypcu, 3a KOeTo npeaynpexaaBaT BCUYKMK
€BPOnencKn NpenopbKku B Tasn obnacr.

OTCbCTBMETO Ha eAMHeH HauMoHaneH peructbp B bbarapus He o3HavaBa pasbupa ce, ue
paboTewmTte No Te3n Npobaemun y Hac He ca OCb3Ha/IM BAXKHOCTTA U MNON3UTE OT TO3N eNUAEMMUONOTUYEH
WMHCTPYMEHTapMyM. HanpoTuB, KaTo pe3ynTaT OT CbBMECTHU MPOEKTU MeXAy NaLMEHTCKU OpraHmsaumn,
MEAMUMHCKM  HAYYHU AOPYXKECTBA, YHUBEPCUTETCKU KAMHUYHWU LEHTPOBE, HENpPaBUTENCTBEHMA W
$apMaLEeBTUYHMA CEKTOP HAKOMKO enuaeMMONOTNMYHN PerncTtpu 3a pepkm bonectm ca Beye ¢aKT.
MNposenaTa ce npe3 2011 r. Bropa HaunoHanHa KoHdepeHUUA 3a peaKku 6osectn u nekapcrsa cupaum
npeaocTaByM Bb3MOXHOCT 3a NpeAcTaBAHe M 0OCbXKAaHe Ha Te3n Bbnpocu. PopymbT MoKasa pacTawma
WMHTEPEC U MOTUBALMA 33 Cb3haBaHe U PyHKUMOHMpPAHE Ha Te3n pernuctpu. MNponmya eguHommcane cpes
naumMeHTn 1M NeKkapu 3a HeobxoaMMOCTTa 3a NPOABbAXKaBaHe NPeAO0CTaBAHETO Ha NOAKPENa 3a BCUYKM BeYe
AEeNCTBaLM enuaemMmoNIOrMYHM PErnCTPY 3a peaKkn 6onecTm y Hac, KaTo HayanHa CTbMKa 3a Cb34aBaHETo
Ha TaKa O4aKBaHMA M HeobXxoaMM 3a BCMYKM HaumMoHaneH pernctobp 3a peaku bonectu.
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pen):

Paspgen 3

OBOBLWEHA UHOOPMALUA 3A
ENMAEMUONOTMYHUTE PETUCTPU 3A PEAKU BOJIECTU B BbJ/ITAPUA

UHPOPMALMNOHHUAT UeHTLP 3a pegku 6onectn n nekapcrsa cupaum (UUPBJIC) nokaHwn 3a
yyacTMe B HacToAwMA 0630p BCUYKM M3BECTHM KbM MOMEHTA, GYHKUMOHMPALWM Ha TepuTOpuATa Ha
Bbarapus pernctpu 3a pegku 3abonasaHms. Cbrnacue 3a ydacTme M noAaBaHe Ha akTyanHa MHGopmauus
3aABMXa KOOPAMHATOPM Ha 9 eNUMAEMMNOIOTMYHN PETUCTPM 33 PeAKM 3abonaBaHMA, @ UMEHHO (no a3byyeH

HaunoHaneH perncrtbp Ha NaumMeHT ¢ GeHUAKETOHYPUS;

HaunoHaneH perncrTbp Ha NauMeHTH C Tanacemms mamnop;

HaunoHaneH perncrbp Ha NaumMeHTU Hag 18 r. Bb3pacT C XPOHMYHA MuenonaHa neskemua (XM);
HauuoHaneH perncrbp Ha NauMeHTr ¢ NbPBUYHM MyHoaeduumnTh (MNA);

HaunoHaneH perncrbp Ha naumeHTn ¢ 6onect Ha KpoH;

HaunoHaneH perncrbp Ha naumeHTH ¢ 6onect Ha MNowe;

HaumoHaneH perucTbp Ha NauMeHTn ¢ MyKonoaunsaxapmaosa tvn li;

HaunoHaneH perncrbp Ha naumeHTn ¢ 601ecT Ha YUACHH.

3a 0606LeHOTO NpeacTaBAHE HA perucTpuTe H6sxa onpeaeneHun cneaHnTe NnokasaTenu:

roAnHa Ha Cb3aBaHe;
roAunHa Ha nocnegHo o6HoBABaHE;

6poi NnauneHTN Npun NOCNeAHOTO aKTya/IM3UPAHE;

pasnpeaeneHne nNo Bb3pacT;
pasnpeaeneHune no non;
TepuTopuaneH obxsart.

KoopguHatopute Ha enuaemMmosiorMyHuTe pernctpu 6axa NOMoNeHM Cbwo Aa nocoyat
6ubnunorpaduma ¢ nybamkaumm, NoTBbP}KAABALWMN GYHKLMOHMPAHETO HA CbOTBETHUS €MUAEMMONOTNYEH
perucrbp.

HAUUOHANEH PEMTUCTBHP HA NALUUEHTU C PEHUNKETOHYPUA

Papgka 6onect (MKB-10 Koga)
foanMHa Ha cb3paBaHe

lfoguHa Ha nocnegHo o6bHoBABaHe
Bpoit nauMeHTU NpU NOCNEeAHOTO aKTyaausupaHe 178
PasnpeaeneHue no sb3pacr
PasnpepgeneHue no non
TeputopuaneH obxsar

KoopauHatop

Bbubnnorpadusa

deHnnketoHypums (E70.0)
1977
2012

Jeua (nog 18 r.) — 92; Bb3pacTHu — 86
MbrKe — 97; Kenn — 81

HauynoHaneH

[ou. a-p Anekcen CaBos, om

HauunoHanHa reHeTuYHa nabopatopud, Copusn

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. |. 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.
Vol1l Issue2 p. 172-185 March-April (2003).
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HAUWMOHANEH PETMCTHP HA NALMEHTU C TANIACEMUA MAUOP

Pagka 6onect (MKB-10 Kop) Tanacemus manop (D56.1)
foguHa Ha cb3paBaHe 2009
lfoanHa Ha nocnegHo obHoBABaHe 2011
Bpoit nauMeHTU Npu NOCNe4HOTO aKTyanusmpaHe 255
PasnpeaeneHue no Bb3pact Jeua (nop 18 r.) — 104; Bv3pactHm — 151
PasnpepgeneHue no non Mbxe — 131; KeHun — 119; AHOHUMHK — 5
TeputopuaneH obxsar HaunoHaneH
[-p LLoHKa MuTeBa
KoopauHatop MHPopmauMOHEeH UEHTbP 3a peakm bonectn wu

nekapcrtea cmpaum, Nnosaus
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. Murtesa L, CredaHos P, Kanesa B, PaHrenosa M, CroaHosa [,
MaHyunosa K, CtoaHosa A, Koctosa [}, KoctoBa C, Yakbpos W,
l[eoprueBa P, Pubos [. HauumoHaneH perucrbp Ha NauMeHTU C
Tanacemma B bbarapya — pesyntatM  OT  MbpPBOHAYasHO
ennaemMmMoIorMyHo Npoy4YBaHe, NPOBEAEHO Mpe3 nepuoaa AHyapu —
anpun 2010. 1-8a HauMoHanHa KoHdepeHLMs 3a peakn bonectn um
Bubn Morpaq)uﬂ NIeKapcTBa cupaum — COOpHMK ¢ nocTepu n npeseHTauuu, 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. MuteBa LU, Kanesa B, PaHrenosa M, CrosaHoBsa [, MaHyunosa K,
CrosHoBa A, Koctosa /1, KoctoBa C, Yakbpos W, leopruesa P,
CredaHoB P. HaumoHaneH perucTbp Ha MaUMEHTU C Tajsacemua B
Bbbarapua — pesyntatu, otyeteHn Kbm toHM 2011 r. 2-pa HaumoHanHa
KoHdepeHuua 3a peakn Bonectn u nekapcTea cupaum — c6OpHUK ¢
nocrtepu u npeseHTtauum, 2011: 148.

HAUMOHANEH PETUCTBP HA NMAUMEHTU HAL 18 T. Bb3PACT C XM/

PapgKa 6onect (MKB-10 koa) XpoHuyHa muenovaHa neskemusa (C92.1)
foaMHa Ha cb3paBaHe 2010
loauHa Ha nocneaHo obHOBABaHe 2012
Bpoit nauMeHTU Npu NOCNeAHOTO aKTyanusmpaHe 328
PasnpepgeneHue no Bb3pacr Bb3pacTtHu — 328
PasnpepeneHue no non Mbre — 163; eHn — 165
TeputopmuaneH obxsar HauuoHaneH
[-p LLloHKa MuTeBa
KoopauHatop NHbOopmMauMOoHEeH UeHTbPp 33 peaku bonectn u

NeKapcCTtBa CUpaum, ranB,CI,VIB

1. CredaHoB P, Muxainnos I, lepueBa /1, Xagxves E, MapuHoBa-
[opaHosa B, LiseTkos H, boraaHos /1, PaliHos 0. Ennaemuonorua Ha
XM/1 8 bvarapua — nuaoTHO npoy4ysaHe. CoumanHa meguuuHa u
34paBeH MeHUAXMbHT, 2010, 1:7-13.

2. MuTeBa L, Uckpos I, Monosa /1, CtedpaHoB P. ENngemmonornyHm
pernctpu 3a pegku 3abonasaHua. 2-pa HaumoHanHa KoHdepeHumn
33 pegku 6onectm M nekapcTBa cupauu — COOPHUMK C nocTepu u
npeseHTauunu, 2011: 149.

bubnunorpadpun
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HAUWOHANEH PETUCTBP HA NAUMUEHTU C NUA

Pagka 6onect (MKB-10 Kop) MbpsnyHM nmyHoaedpuumntn (D8O, D81, D82, D83,
D84, D89)
foguHa Ha cb3paBaHe 2010
lfoanHa Ha nocnegHo obHoBABaHe 2012
Bpoit nauMeHTU Npu NOCNe4HOTO aKTyanusmpaHe 109
PasnpepeneHue no Bb3pacT N/A
PasnpegeneHue no non Mbxe — 56; KeHn — 53
TeputopuaneH obxsar HaunoHaneH
Mpoo. o-p Enncaseta HaymoBa, AMH
KoopauHatop YMBA ,, AnekcaHgpoBcka”, Copus
Bubnuorpadpusa N/A

HAUUOHANEH PETUCTBP HA NAUMUEHTU C BOJIECT HA KPOH

Pagka 6onect (MKB-10 Kop) Bonect Ha KpoH (K50)
foaMHa Ha cb3paBaHe 2010
loauHa Ha nocneaHo obHOBABaHe 2012
Bpoit nauMeHTN NpU NOCNeAHOTO aKTyaAu3npaHe 191
PasnpeaeneHune no Bb3pact Oeua (noa 18 r.) — 1; Bb3pacTtHm — 190
PasnpepeneHue no non MbrKe — 84; Kenn — 107
TeputopuaneH obxsar HauuoHaneH
[-p LoHka MuTeBa
KoopguHatop MHPopmauMOHEeH UEHTbP 3a peakn bonectn wu

nekapcrtea cmpaum, Nnosaus

1. Mutesa L, Uckpos I, Nonosa /1, CtedpaHos P. EnnaemmonornyHm
pernctpu 3a pegku 3abonssaHua. 2-pa HaumoHanHa KoHdepeHumn
3a peaku 6osecTM M nekapcTBa cupaun — cBOpHUK C noctepu
npeseHTaunu, 2011: 149.

bubnuorpadpun

HAUUOHANEH PETUCTBP HA NAUMUEHTU C BOJIECT HA FOLLE

PapKa 6onect (MKB-10 koa) Bonect Ha lowe (E75.2)
foaMHa Ha cb3paBaHe 2011
loauHa Ha nocneaHo obHOBABaHe 2011
Bpoit nauMeHTU Npu NOCNeAHOTO aKTyanusmpaHe 13
PasnpeaeneHune no Bb3pact Oeua (noa 18 r.) — 1; Bb3pacTHmn — 12
PasnpepeneHune no non Mbxe — 8; 'eHn — 5
TeputopuaneH obxsar HaunoHaneH
[-p LLloHKa MuTeBa
KoopauHatop NHbOopMauMoHeH UEeHTbPp 33 peaku bonectn u

NeKapcCtBa CUpaum, ranB,CI,VIB

1. Mutesa L, Uckpoe I, Nonoea /1, CtedpaHoB P. ENngemmonornyHm
pernctpu 3a pegku 3abonssaHua. 2-pa HaumoHanHa KoHdepeHumn
33 pegku 6onectm M nekapcTBa cupauu — COOPHUMK C nocTepu u
npeseHTauunu, 2011: 149.

bubnuorpadusa

CrpaHuua 8/ 10



HAUUOHANEH PETUCTBP HA NAUMUEHTU C MPS TUN 2

Pagka 6onect (MKB-10 Kop) MyKononusaxapuaosa tmn 2 (E76.1)
foguHa Ha cb3paBaHe 2011
lfoanHa Ha nocnegHo obHoBABaHe 2011
Bpoit nauMeHTU Npu NOCNe4HOTO aKTyanusnpaHe 7
PasnpeaeneHue no Bb3pact Jeua (nop, 18 r.) — 7; Bb3pactHn —0
PasnpepeneHue no non Mbxe —7; eHn -0
TeputopuaneH obxsar HaunoHaneH
[-p LLoHKa MuTeBa
KoopauHatop MHPopmauMOHEeH UEHTbP 3a peakm bonectn wu

nekapcrtea cmpaum, Nnosaus

1. Mutesa L, Uckpos I, Nonosa /1, CtedpaHos P. EnnaemmonornyHm
perucTpu 3a pegku 3abonasaHua. 2-pa HaumMoHanHa KoHdepeHumn
3a peaku 6osiecTM M nekapcTBa cupaun — cOOpHUK C noctepu
npeseHTauunu, 2011: 149.

bubnuorpadpun

HAUUOHANEH PETUCTBP HA NAUMUEHTU C BONECT HA YU/ICBbH

Pagka 6onect (MKB-10 Kop) Bonect Ha YuncoH (E83.0)
foaMHa Ha cb3paBaHe 2011
loauHa Ha nocneaHo obHOBABaHe 2011
Bpoit nauMeHTN NpU NOCNeAHOTO aKTyaAu3npaHe 162
PasnpeaeneHune no Bb3pact Oeua (noa 18 r.) — 14; Bb3pacTHu — 148
PasnpepeneHue no non Mbrke — 90; KeHn —72
TeputopuaneH obxsar HaunoHaneH
[-p LoHka MuTeBa
KoopguHatop MHPopmauMOHEH UEHTbP 3a peakm bonectn wu

nekapcrtBa cupaum, Nnosaus

1. Mutesa L, Uckpos I, Nonosa /1, CredpaHos P. EnngemmonornyHm
pernctpu 3a pegku 3abonssaHua. 2-pa HaumoHanHa KoHdepeHumn
3a peaku 6osecTM M nekapctsa cupaun — cOOpHUK C noctepu
npeseHTauunu, 2011: 149.

bubnunorpadpun
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CnNUCcHbK € U3nonssaHUTe U3TOYHULUN U BPDB3KU

PernameHT (EO) 141/2000 Ha EBponeiickmMa napnameHT 1 Ha CbBeTa 3a IeKapcTBaTa cMpaum
http://ec.europa.eu/health/files/eudralex/vol-1/reg 2000 141/reg 2000 141 bg.pdf

Nupektnsa 2011/24/EC Ha EBponelickna napnameHT U Ha CbBeTa 3a ynpaxKHABaHe Ha npasaTa Ha

naumMeHTUTe NPU TPAHCTPaHUYHO 34paBHO 06CNyKBaHe
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:1:2011:088:0045:0065:BG:PDF

ChobueHne Ha Komucuata go EBponeickns napnameHT, CbBeTa, EBponenckmMa MKOHOMMUYECKU U
coumaneH KomuteT ©n KomuTeTa Ha pervoHUTe OTHOCHO peaKuTe  3abonABaHusA:

npean3BsumKaTeICTBaTa 3a 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 aeinctemne B obnactra Ha peakute bonectu
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:C:2009:151:0007:0010:BG:PDF

KomuteT Ha ekcneptuTte no peaku 6onectm kbm EC (EUCERD). CbBMecTHa paboTHa cpelia Ha
EUCERD wn EBponeiickata nekapctBeHa areHumsa (EMA): Kbm ny6in4HO-4acTHO NMapTHbOPCTBO B

obnacTTa Ha pernctpure 3a peakun 6onectu, 4 oktomspu 2011.
http://nestor.orpha.net/EUCERD/upload/file/EUCERDSummRegistries041011.pdf

EBponeiickM NpoeKT 3a pa3paboTBaHe Ha HaLUMOHANHW NnaHoBe 3a pegku 6onectn (EUROPLAN).

MpenopbKu 3a paspaboTBaHe Ha HaUMOHa/IHW NIaHOBE 3a peaKu bonectu
http://www.europlanproject.eu/ newsite 986987/Resources/docs/2008-2011 2.EUROPLANGuidance.pdf

EBponeickM NpoekT 3a pa3paboTBaHe Ha HaUMOHa/HW NaaHoBe 3a peakn 6onectn (EUROPLAN).
N360p Ha MHOMKATOPWU 33 OLEHKa Ha NOCTUMKEHWATa Ha WMHUMUMATMBKM B 06NacTTa Ha pepKkuTte

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

EBponeicka nnatdpopma 3a pernctpm 3a peakun 6onectu (EPIRARE)

http://www.epirare.eu/

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

Orphanet. Pernctpu B EBpona, NMopeauua aoknaam Ha Orphanet, aHyapu 2011
http://www.orpha.net/orphacom/cahiers/docs/GB/Registries.pdf

MWHUCTEPCTBO Ha 34paBeonasBaHeTo. HaumMoHanHa nporpama 3a peaku 6onectm (2009 — 2013)
http://www.mh.government.bg/Articles.aspx?lang=bg-BG&pageid=427&categoryid=889

2-pa HaumoHanHa KoHpepeHuMs 3a peakn 6onecTn 1 NeKapcTBa cupaum — cbOpHUK € nocTepu u

npeseHTauun, 2011
http://raredis.org/pub/Newsletter/Conference Book 2011.pdf
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