MUHUCTEPCTBO HA 3IPABEOIIASBAHETO

Komucnsa no peaku 3a0019BaHuSA
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. MMPOTOKO/1 N2 56/16.09.2025 .

OT 3acenaHue Ha Komucusa no peakm 3abonssaHuA

KbM MUHUCTEPCTBO Ha 34paBeona3BaHETo

NHec, 16 centemBpu 2025 r. (BTOpHMK) oT 13:00 4. ce nposede 3acefaHWe Ha
KomucuaTa no peaku 3abonasaHua KbM MUHUCTEPCTBO Ha 34paBeonasBaHeTo. 3acegaHUeETo

ce Nnposeae AMUCTaHUMOHHO NOCPeACTBOM OHNaH KOHGepeHTHa BPb3Ka.

MNpucbereaT: npod. PymeH CtebaHos (npeaceaaten), npod. Banepusa Kanesa, npod.
MBa CToesa, npod. Ueaiino TbpHes, npod. /llogmuna Matesa, npod. Paagka TuHuesa, A-p
WpuHa Kosauyesa, A-p Henu MBaHoBa, A-p CBetnaHa PaitueBa, bosH WBaHoB, Bnagnmup

TomoB.
OTcbeTBaT: akad. npod. Apara ToHueBa, akag,. npod. MeaH MunaHos, Npod. Meopru

Muxannos, npod. Emun Mackanes, bopaHa boTesa.

MpucbCTBaLM BbHIWHM ekcnepTu: MapuaHa Munyesa (HLO3A).

CnucbyeH cbecTas — 16. KBopym — 8.

AHEBEH PEQ;

Pa3rne)aaHe Ha BbpHaTUTe 3a AONbAHUTENHE UHGOPMALMA 3aABNEHUA 33 BKIIOYBaHE

1.
Ha 3a6onaBaHuA B CNUCbKa Ha peakuTe 3abonsBaHUA M UCKaHWA 3a 0603HaYaBaHe Ha
eKcnepTHU LEHTPOBE NO peaKu 3abonsasaHuns;

2. [loknapBaHe Ha eKcnepTHa oueHKa U rnacyBaHe Ha NOCTbNUAN UCKaHUA KbM M3 3a

BKAIOYBaHe Ha 3abonasaHuMA B CNMUCbKa Ha peakute 3abonasaHus,;

3. [loknagBaHe Ha eKcnepTHa oueHKa U rnacyBaHe Ha NOCTbNUAN UCKaHUA KbM HLIO3A
33 0603HaYEeHME Ha eKCNepTHU LLEHTPOBE NO peaKun 3abonABaHuA;



4. Pa3srnexaaHe v pasnpegensaHe 3a eKcnepTHa oL,eHKa Ha HOBONOCTbNUIU UCKAaHUA KbM
M3 1 HLLO3A 3a Bk/itouBaHe Ha 3a6onaBaHuA B CNUCbKa Ha peaknuTe 3abonsaBaHuUA 1 3a
0603HauYeHMe Ha eKCnepTHU LLeHTpoBe No peaku 3abonasaHus,

5. Hacpo4saHe Ha cheaBauLo 3aceaHue;

6. [Lpyru.

OBCbXAAHUA U PELLEHUA:

1. KomucuaTa pasrneaga AoKNagute 3a OUEeHKa Ha nocrbnuinute U pasnpenesieHn 3a
eKcnepTHa oueHKa 3afABAeHUA 3a BKAKOYBAHE Ha 3abonaBaHmnAa B CNUCHKA Ha pegkuTe
3abonaBaHnA. KOMUCUATaA peLUn KaKTO cneaBa:

1) XomosuroTHa damunHa xunepxonecteponemusa (kog no MKB-10 E78.0, Orpha
KoaoBse 391665) — KomncuATa OT/IOXKK pasrnexkjaHe Ha NoaafeHoTo 3anaB/ieHue
nopaau HEU3roTBeHa eKcnepTHa oL eHKa.

2. KomucumaTta pasrnega nocrbnuaata AONbAHUTENHA [AOKYMEHTauMA No 3asaBjieHue OT
YMBAN ,Cs. leoprn” 3a o6o3HauaBaHe Ha ekcnepTeH LeHTbp No BPOAEHW LUenHaTUHU Ha
ycTHaTa uU/unn Hebueto. KomucuaTa pelun, ve 3aABUTENAT NOKpMBA W3UCKBaHUATA
cbrnacHo Hapenba Ne 16 ot 2014 r. 3a ycnoBUATa M peaa 3a perucTtpupaHe Ha pedrute
3360/1ABaHNA M 33 EKCNepTHUTE UEeHTpoBe W pedepeHTHUTE MpeXU 3a peaKu
3abonsBaHuA 1 cieasa ga 6bae npepnoxeH 3a 0bo3HayeHMe KaTo eKCnepTeH LUeHTbp No
peaku 3abonasaHMA (BPOAEHM LLeNHAaTUHM Ha yCTHaTa u/unm HebuLeTo).

3. KomucuATa pasrneda nocrbnuaoTo 3aaBneHuve ot MBAN ,Cbpue n Mo3bK“, lneseH 3a
oB603HauaBaHe Ha eKcnepTeH UeHTbp NO TPAHCTUPETUH-CBbP3aHa amuaouaosa C
HOpManHa nocnegoBaTeNHOCT (AMB TWN) W HacneacTBeHa ¢amwunHa amunougosa c
HeBponaTuA:

e KomwucuaTa peLLu, ye 3aaBUTENAT HEe NOKPMUBaA U3NCKBaHMATA CbrnacHo Hapeaba Ne
16 oT 2014 r. 32 yCNOBMWATa U pefa 3a perucTpMpaHe Ha peakuTe 3abonaBaHMA 1 33
eKCnepTHUTE LEeHTpPoBEe M pedepeHTHUTE Mpexku 3a peaKku 3abonssaHuA no
OTHOWIEHMe Ha paakoTo 3abonABaHe HacneacTBeHa damuaHa amuiounaosa ¢
HeBpoOnaTUus;

e KOMMUCMATA peln Aa M3UCKA A0NbAHUTENHa WHpOopmauMA No OTHOWeHWe Ha
PAOKOTO 3abonABaHe TPaAHCTUPETMH-CBBP3aHa amuaougosa C  HOpMaiHa
nocnegoBaTenHocT (AMe TMN):

o0 3afsBfEeHMeTO He e MU3roTBeHO Cbr/1acHO HauWoHa/HMA KOHCEHCYC 3a
OMarHoCTUKa, NedeHue, npocregasaHe U pexabunuTtauma  3a
HacneacTBeHaTa  TPaHCTUpPeTMHOBa  amMuiouMgosa. HaunoHanHUAT
KOHCEHCYC AOPU He e LUTUPaH;

o JlunceaT AaHHW 33 eNUAEMUONOTUATAE U KITUMHUKO-TEHeTUYHUA CNEeKTbP Ha
3abonasaHeto B8 bwvarapua. HanucaHo e, ye 30 pasinyHM MyTauumu ca

OTroBOpHM 3a 3abonaBaHeTo, a Te Ca HaA 140. HanucaHo e, u4e
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3abonABaHEeTO MOXe Aa 3ano4vyHe Hau-paHo mexay 30 u 50 r., KoeTo He e
BApHO. 3abonABaHEeTO MOXe Aa 3ano4He U Ha 18 r. n nauuneHTUTe Aa
3aBbpliaT ¢ pataneH nsxon 40 30 r. Takuea naLMeHT Ca AMArHOCTULUPAHU
U B bbarapus,

JlnnceaT AaHHW 3a cobBCTBEHMA ONUT Ha €eKuna B AWArHOCTUKaTa M
JleYeHMETO Ha HacneAcTBeHaTa TPaHCTUPETUHOBa amuaouposa. Kosko
6OoNHM €  HacneacTBeHa - TPaHCTMpPETUMHOBa  amuaomaosa  Ca
AMarHOCTULMpPanu 40 cera OT eKuna 1 KosKo ca ot lNaeseHcka obnact?
NocoyeHuTe nybaAMKauMuM Ha ekuna ca B obnactra Ha CbpAedqHaTa
aMWI0UA03a JIEKU BEPUTU U AUB TUN, @ He B obacTTa Ha HacneAcTBEHATa
TpaHCTUPETUHOBA amuion403a. Hama AaHHM eKUNBT 42 € AUarHocTuumpan
nauMeHTH c HacneacTBEHA TPAHCTUPETUHOBA aMUI0M403a A0 MOMEHTS;

B eKcnepTHUA eKun yyacTBa eavH eAWHCTBEH HeBposor, HO 6e3 onuT u
kBanudpuKaumna B obnactra Ha HacneaCcTBEHUTE HEBPOMNATUY;

B AMarHOCTUYHMA anropUTbM JINMNCBAT OCHOBHU U 334 b/MKUTESTHU METOAU
3a u3cnepBaHe. He ca nocovyeHn MUHUMANHUTE KPUTEPUN 3@ NOCTaBAHE Ha
AnarHo3aTta aMMaonAHa NosinHeBponaThA. He e NoCoYeHO Kak ce oueHABaT
acCMMNTOMHUTE HOCcUTenU. He e nocoYveHa KakK ce oLeHABa NporpecmATa Ha
nonuHesponaTtuaTa. Hama uHdopmauma 3a nposegeHO obydyeHue 3a
U3N0Ji3BaHEe Ha CKa/JM 3a OLEHKa Ha HeBponaTtuAaTa. HAMa NPUNOXKEHMU
nyb6anKaumm B Ta3un obnacr;

He e noco4yeH eKcnepT, KOWTO e ocbluecTBABa obpasHaTa ANarHOCTMKa Ha
CbPLE;

He cTaBa AICHO eKCNepTbT — reHEeTUK KaKbB ONUT MMa B MOJIEKY/IAPHATa
reHeTMKa Ha 3abonABaHEeTO W KOAKO nNauMeHTM C HacnencTBeHa
TpaHCTUPETMHOBA aMUN0OMUA03a € [0Ka3an A0 Cera;

B ekuna e BKIOYEH eKcnept no pPagvousoTonHa JAWarHOCTUKa 3a
OCblLEeCcTBABaHE Ha KocTHa cuuHturpadua ot Copua. ToBa o3Ha4yaBa, 4e
6onHuTe LWe Tpabsa Aa nbTyBaT 40 Codus, 3a Aa moraT Aa OCbLLECTBAT TOBA
uscnenBaHe U3BbH KAWMHWYHA NbTeka. HAMa geKknapauuna OT NocoYveHus
eKkcnepT 3a cbrnacme ga bbae 4acT OT KaHAMAATCTBALLUA LEHTDBP;

JluncBa anroputbm 3a TepanuaTa Ha 3abonaBaHeto. [lorpelwHo e
CnomMeHaTo, 4Ye Mma reHHa TepanuAa. He ca NOCOYEeHU perncTtpupaHute
TepaneBTUYHUTE CpeacTBa, TeEXHWUTE WHAMKauuW, Kputepuute 3a
NPeBKAOYBAHE OT e4Ha KbM Apyra Tepanus;

B eKMna JIMNCBaT eKcnepTu no pexabunurtaumua Ha 3abonasaHeto. Jiuncea 1
nporpama 3a pexabuautauus;

o OTHOLLEHME Ha 3aABNEHUETO 3a TPAaHCTUPETUH-CBBP3aHa aMmnionaosa C
HOpMa/Ha Noc/ie0BaTeNHOCT (AMB TUN), KapAUONOTMYHMAT EKMN MMa Mo-
roNaM OMUT — 2 AMarHoCTUMUMpaHu ciayyas. B 3aseneHneto obaue e
M3N0A3BaH CbLMA TEKCT Ha 3aaBAEHMETO 3a PpamuiHa TPaHCTMPETMHOBA
aMnIona03a c HEBPOMaTHA, a Mexay AseTe 3abosABaHUA UMA CbLILeCTBEHA
pa3/MKa B KpUTEpMUTE 3a AMarHoCTMKa U Bb3MOXKHOCTUTE 3a NedeHue.
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TekcTbT TpAbGBa pa ce  npeuusnpa CbOTBETHO cneunduKkaTa 'Ha
3abonAasBaHeTo.

4. Mpod. UBainno TbpHeB M3pa3M Hecbrnacue ¢ obosHadaBaHeTo Ha YMBDBAJI ,Lapuua
MoaHHa — WCY/1“ KaTo eKkcnepTeH LEeHTbp No peaku 3abonasaHuA (TpaHCTUPETUH-
CBbp3aHa amunouao3a C HOpMmasHa nocnefoBaTesIHOCT (AMB TWM) U HacneacTBeHa
damunHa amunonaosa ¢ Hesponatua). Mpod. TbpHEB cuUTa, Ye MOKe Aa ce 040b6pu
ob603HayaBaHeTO Ha eKCnepTeH UEHTbp 3@ TpaHCTUPETUMH-CBbp3aHa amuaongosa ¢
HOpMa/sHa NOCNAeA0BaTENHOCT (AMB TWM), KaTo ce NpeacTaBAT BCUYKM JIMNCBALLM
nokymeHTU. Toll npepnara ga ce oTnoxuM ob603HavaBaHETO Ha eKCnepTeH LEHTbP 3a
HacneacTBeHa PamuIHa amMaIona03a C HeBpOnNaTUA A0 NpeacTaBAHe Ha AOKa3aTecTsa,
ye HeBPONOrMUYHUAT EKMIT MOKE A3 OCbLLECTBABA paHHa AMarHOCTMKa 1 npocieaasaHe Ha
ICUMNTOMREM HOocuTenn. O603HayeHneTo Ha YMBA ,Uapuua MoaHHa — UCYT” KaTo
eKkcnepTeH LEHTbp No peaku 3abonasaHuA (TpaHCTUPETUH-CBbp3aHa amuiouposa C
HOpMmanHa nocneaoBaTeNHOCT (AMB TUN) W HacneacTBeHa ¢amuaHa amuiouaosa ¢
HeBpoONaTUA) € M3BbPLUEHO MO Npenopbka Ha KomuUcKATa, nNpueTa Ha NpeaxoAHOTO
3acenaHue (Mpotokon Ne55 ot 17.06.2025 r.) M ocTasa B cuAa.

5. KomucuaTa pasrnena nocrbnunoTto 3assneHue oT CBANIAB ,Mpod. MBaH Mutes” 3a
0603HaYaBaHe Ha eKCnepTeH LUeHTbp NO NbpBUYHA XUNepoKcaaypua. Komncuata pelu,
ye 3aABUTENAT NOKPUBA U3UCKBaHMATA cbrnacHo Hapepaba Ne 16 ot 2014 r. 3a ycnoBuAaTa
MU peda 3a perucrtpupaHe Ha peakute 3abonABaHMA M 33 EKCNEpTHUTE LEHTpoBE WU
pedepeHTHUTE Mpesku 3a pedku 3abonasaHuAa u cnefsa fa Obde nNpeanoxeH 3a
0603HauyeHMe KaTo eKcnepTeH LEeHTbp nNo peaku 3abonssaHua  (NbpBUYHA
XUNepoKcanypus).

6. KomucuaTa pasrnesa nocTbnunoto 3assnedve oT CBAJIOB ,Mpod. MBaH Mutes” 3a
0603HaYaBaHe Ha eKcnepTeH LEHTbP MO XEMOAUTUYHO-YPEMUYEH CUHAPOM. KOMUCUATA
pelluun, Ye 3aABUTENAT NOKpUBa U3IUCKBAHUATA CbIrIacHO Hapenba Ne 16 ot 2014 r. 3a
YC/IOBUATA U peAa 3a PerucTpupaHe Ha peaKuTe 3a601aBaHUA U 332 eKCnepTHUTE LieHTpoBe
n pebepeHTHUTE MpEeXW 3a peaku 3abonAsaHuA U cneaBa Aa bbae npeanoXeH 3a
0603HaYEeHMe KaTo eKCnepTeH LEeHTbp No peakun 3abonAaBaHna (XeMONUTUYHO-YPeEMUHEH

CUHAOPOM).

7. KOMMCUATaE KOHCTatTUpa, Ye He e Nojayvynna KbM MOMEHTa M3UCKaHaTa AOMb/HUTE/HA
nHdopmaLma no noctenuno 3aasnenme or YMBA/ ,,Cs. VBaH Punckn” 3a obosHavyaBaHe
Ha eKCMepTeH LLeHTbP 3a ONTUKOoHeBpomuenuT (6onect Ha Devic).

8. Komucuata npue CbCTaBUTE Ha eKcnepTHUTe rpynu 3a OLeHKa Hd HOBONOCTbNUIUTE
3aAB/IeHUA 3a BKAK4YBaHe Ha 3abonasaHMA B CNMCbKa Ha peakuTe 3abonABaHUA KaKTo

cfepBa:

1) Bonect Ha von Hippel — Lindau (koa no MKB-10 Q85.8, ORPHA kopa, 892) — npodo.
Banepua Kanesa, npod. Neopru Muxannos, a-p CeetnaHa PanyeBa;

2) MbpsBuyeH (upuonatnyeH) WMMYHOKOMNAEKCEH (MMYHOrN0BYNUH-MeanUpaH)
mem6paHonponudepatmseH rnomepynoHepput (IC-MPGN) (koa no MKB-10
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3)

4)

N03.5, ORPHA kog 329903) — aKag. npo¢. [para ToH4yesa, npod. Emun MNackanes,
n-p UpnHa KosauveBa; |

C3 rnomepynonatua (C3G) (kopose no MKB-10 NO3.5, N03.6, ORPHA Kogose
329918, 329931, 93571) — akaa. npod. [para ToHueBa, npo¢. Emun Nackanes, A-
p MpuHa KoBayeBa;

CuHApom Ha Cunebp — Pbcen (Koa no MKB-10 Q87.1, ORPHA Koa 813) —npo¢. UBea
Croesa, Nnpod. Pagka TuH4YeBa, Bnagnmunp Tomos.

9. KomucuATa npue CbCTaBUTE Ha EKCMepTHUTe rpynu 3a OLEeHKa Ha HOBOMOCTbNUAUTE
UCKaHUA 3a 0603HaYaBaHe Ha eKcnepTHU LieHTPOBe 3a peaKku 3abonaBaHUA KaKTo c/ejBa:

1)

2)

3)

10. Npod.

YMBA/T ,CB. MapuHa“, BapHa (eKkcnepTeH UeHTbp NO pPeaKn eHOOKPUHHU
3abonasaHua) — npod. Nea Croesa, npod. Pagka TuH4YeBa, Bnagnmup TOMOB;

YMBAN ,Ce. MapuHa“, BapHa (ekcnepTeH LeHTbp No cuHapom Ha Cunebp — Pbcen)
— npo¢. Nea Ctoesa, npo¢. PagKka TuHyeBa, Bnagumup TOMOB;

YMBA/T ,CB. AHHa" (eKcnepTeH LEeHTbP NO MbPBUYHA XMMNEpPOKcanypua) — aKkaa.
npod. [para ToHueBa, npod. Emun Mackanes, A-p NpuHa Kosauesa.

PymeH CTedaHoB MHbOpMUpPa YneHoBeTe Ha KomucuATa 3a NOCTLNUAO NUCMO C

UCKaHe Ha CTaHOBUWE OT cTpaHa Ha MWHUCTEPCTBO Ha 34pPaBEONA3BaHETO OTHOCHO
3anuTBaHe oT ,UHPopmaumoHHO obcnyxwBaHe” All BbB Bpb3Ka € HaarpaxjaHe U
BHeaApABaHe B HauuoHanHaTta 3gpasHouMHbopmaLMoHHa cuctema Ha Orpha Kopose 3a
peaku 3abonasaHua. Mpod. CrepaHoB NpeacTaByU KOHKPETHUTE BBNPOCK OT 3aMUTBAHETO
C NpeanoXKeHWA 3a cTaHoBULWE M 060CHOBKa KbM Hero. [posege ce auckycua. [i-p MpuHa
KoBaueBa ob6bpHa BHUMaHWE BbpXy HOPMaTUBHUTE U OpraHU3aLMOHHW npoleaypu npu
NnpMemaHeTo M BHeApABAHETO Ha HOBW CUCTEMM 3a KoaMOUKaLMA M KnacudUKaumsa Ha
3abonABaHMATa Y Hac. MpoOeKTHbT 3a CTaHOBMLLE € U3NpaTeH A0 YneHoBeTe Ha KomucunaTa
C NpeANOXEeHWe 3a KOMEHTapuW Npeau Aa 6bae OKoHYaTeIHO NoAaaeH KbM MUHUCTEPCTBO
Ha 34paBeona3BaHeTo 1 ,MHpopmaunoHHo obcnyxsane” ALl

11. Npo¢. Pymen CredaHoB MHPOpMUPa YNeHOBeTe Ha KOMUCUATA 33 NOCTLNNAO NUCMO OT
YMBA/ ,Uapuua MoaHHa — WUCY/T“, ¢ KoeTo ce cbobuwiaBa 3a HOB PbKOBOAMUTEN Ha
eKcnepTHUA LeHTbP No peaku fobpoKavyecTBEHM XeMaTONOrnyYHW 3abonABaHmnA — gou,.
bopaHa ABpamoBa.

12. Mpod.

PymeH CtedaHos uHPOpmMUpPa YneHOBeTe Ha KomucuaATa 3a NOCTLNMUNO NMUCMO OT

MUHUCTEPCTBOTO Ha 34paBeona3BaHeTo. MUHUCTEPCTBOTO MHPOPMUPA, Ye e NOAYyHnno
NMMCMO OT poAuTen Ha feTe ¢ STXBP1-cBbp3aHo pascTpoictso (STXBP1 eHuedanonatms ¢
enunencua). MUCMOTO € u3npaTeHo A0 EKcnepTHWA CbBET NO AeTCKa HeBpo/orua 3a
CTAHOBMLLE M NPELEHKA OTHOCHO ChOTBETCTBUE C ONpeaeneHNeTo 3a pAAKo 3abonasaHe
cbrnacHo § 1., T. 42 ot JonbaHUTENHUTE pa3dnopeabn Kbm 3aKOHa 3a 34paBeTo, KakTo U
3a npeaocraBaHe Ha HeobxoguMma MHPOpmaLMA 3a BKAKOYBaHE Ha 3abonABaHEeTO B
CnucbKa Ha peakuTe 3abonasaHua no pesa Ha uyn. 11 ot Hapeaba Ne 16 ot 2014 r. 3a



YC/IOBUATA U peda 3a peructpupaHe Ha peakute 3ab0/1ABaHUA U 3@ EKCNEPTHUTE LigHTpOBE
U pepepeHTHUTE MPEXHU 3a peaKu 3abonABaHUA.

13. Npod. PymeH CredaHos v g-p NpuHa Kosayesa nHpopmupaxa YneHoseTe Ha KomucuaTa
33 MOCTbLNUAM NUCMa BbB BPb3Ka C eBponenckn npoeKT European Rare Diseases Research
Alliance (ERDERA) ¢ noKaHa 3a y4acTue 3a chopmMUpaHe Ha HaLMOHaHa orneaanHa rpyna
no peaku 6Gonectu. O-p KosaueBa obObpHa BHUMaHWEe, Ye B MUHUCTEPCTBO Ha
34paBeona3BaHeTo HAMa WHbOPMauMA 3a TO3M MNPOEKT, Tbi KaTo ToW ce BOAM
Hay4YHOM3CNeJ0BaTe/ICKW W CbOTBETHO nonaga B pecopa Ha MWHWCTEPCTBOTO Ha
obpasoBaHUeTO MU HayKaTa. '

14. KOMUCMATa pewun fAa Hacpouyu CNeaBalloTo CW 3acedaHuve Ha 25 Hoemspu 2025 T.
(BTOPHMUK).

C ToBa AHeBHUAT pea 6e usdepnaH u 3acegaHuneTto be 3akpuTo.

floanuc:

Npod. A-p PymeH Ctedanos, Am

(Mpeacengten Ha KoMUCKUA NO peaKu 3abonasaHuA)





