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KAMHUYHA CKAJIA 3A OLLEHKA HA

JIEBKOEHUEDA/IONATUNTE

KNACUOUKALUUNA HA TPYBATA ABUTATE/THA ®YHKLUA NMPU
METAXPOMATUYHA NEBKOAUCTPOPUA (GMFC-MLD)

EUROPEAN REFERENCE NETWORKS
FOR RARE, LOW PREVALENCE AND COMPLEX DISEASES
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Opob6peHo oT ERN-RND: 10 mapT 2025 r.
My6ankysaHo ot ERN-RND Ha 05 main 2025 r.



https://www.ern-rnd.eu
https://ec.europa.eu/health/ern_en

OTKa3 OT OTrOBOPHOCT:

"I'Io,u,errlaTa Ha EBpOHEVICKaTa KOMUCHA 33 U34aBAHETO Ha Ta3un I'IY6J'IVIKaLI,MFI He npeacrasnAdsa o,u,o6peHV|e
Ha CbAbpPrKaHMETO, KOeTO OTPa3ABa eAMHCTBEHO Bb3reanTe Ha aBTopuTe, U KOMUCHMATA HE HOCUM OTFOBOPHOCT
3a N3MNON3BAHETO HA CbAbprKallaTa Ce B HeA MH(I)OpMaLI,VIFI."

MNoseue MHpopmauma 3a EBponeiickua cbio3 e gocTbrHa B MHTepHeT (http://europa.eu).
JNiokcembypr: Cny:kba 3a nybankaummn Ha EBponelickma cbios, 2019 r.
© EBponeiicku cblos, 2019

Bb3npownsBexgaHeTo e paspeLlleHo Npu ycioBue, Ye ce NoCOYN U3TOYHMKDT.
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BbBEAEHWE B EBPONEVNCKATA PEGEPEHTHA MPEXXA 3A PEAKU

HEBPOJIOT'NYHUN 3ABOJIASBAHUSA (ERN-RND)

ERN-RND e eBponelicka pedepeHTHa Mpexa, cb3gageHa u onobpeHa oT Esponelickma cbto3. ERN-RND e
34paBHa MHOPACTPYKTYpa, KOATO ce POKycMpa BbpXy peakuTe HeBponorMyHu 3abonssaHua (PH3). Tpute
OCHOBHM cTbs16a Ha ERN-RND ca: i) mperka oT eKcnepTu 1 eKcnepTHU LEeHTPOBE, ii) reHepupaHe, obeamHABaHe
M pasnpocTpaHeHue Ha 3HaHuA 3a PHP w iii) npunaraHe Ha enekTPOHHO 34paBeonasBaHe, 33 Aa MOXe
eKkcnepTM3aTta Aa NbTyBa BMECTO MaLMEHTUTE U CEMENCTBATa.

ERN-RND obeanHaBa 64 oT BoaewmTe eKcnepTHU LeHTpoBe B EBpona, KakTo 1 4 acouumpaHn napTHbopa B 24
ObPXaBU YNEHKUM W  BKIOYBA M3K/AOUYUTEIHO aAKTMBHWU NAUMEHTCKM opraHmsaumun. LleHTpoBseTe ca
pasnonoxeHun B ABcTpuAa, benrua, Bbarapus, Xbpeatnsa, Kunbp, Yewkata penybnavka, OaHua, EcToHus,
®uHnanagna, ®paHums, Fepmanua, Mpuuna, YHrapusa, Utanuma, Upnangua, Nlateua, Jintea, Jliokcembypr,
ManTta, Hnaepnanamua, NMonwa, ChoseHua, Ncnanua u LWeeuus.

CnepgHuTe rpynu 3abonsBaHmAa ca obxsaHath oT ERN-RND:
e ATaKCuMW U HacneACTBEHWU CNACTUYHM Napanjernm
e ATUNNYEH NAaPKUHCOHM3BM U reHeTU4YHa 6osiecT Ha MapKUHCOH
e [INCTOHMA, NaPOKCM3MANHO PA3CTPOMCTBO M HEBPOAEreHepaLMa C HaTPyNBaHe Ha XKeNA30 B MO3bKa
e @poHTOTEMNOpPANHA AEMEHUUA
e bonecTt Ha XbHTUHITBH U Apyrm xopeu
e JleBKOEHUedanonaTma

KoHKpemHa uHopmayus 3a mpexcama, ekcriepmHume yeHmpose u obxeaHamume 3a6071980HUS MoXeme
0a Hamepume Ha yebcalima Ha mpexcama www.ern-rnd.eu.

MpenopvKa 3a KAuHuYHa ynompeba:

Esponelickama peghepeHMHa Mmpexca 3a peOKU Hesposi02uvyHU 3abonaeaHusa npenopvysa
usnonzeaHemo Ha GMFC-MLD Kamo Haii-006pa KaAuHUYHA NPAKMUKA 30 OUEHKd U
KaacuguKayua Ha neskoeHyegpanonamuume.

Mons, umaiime npedsud, 4Ye masu cKana e pa3pabomeHa 3a Memaxpomamu4vHa
nesKooucmpodgpusa (MJ/14) u oyeHasa camo 2pybama 0suzamenHa ¢pyHKyuA. lNpu nuncama
Ha cneyuguyHa u obwia ckana 3a neekoeHyegpanonamuu ERN-RND ece nak npenopvyea
usnonzeaHemo Ha GMFC-MLD.

N3K/TFOYBAHE HA OTTOBOPHOCT

MpK KAMHUYHWUTE HACOKM, NPENnopPbKUTE 3a SIEKAPCKU MPAKTUKM, CUCTEMHUTE 0630pHM paboTn n apyrute
HACOKM, KOMUTO ce nNy6aAnKyBaT, NOAKPENAT UAN YMATO CTOMHOCT ce noTBbpKaasa oT ERN-RND, ce kacae 3a
OLLEHKA Ha aKTya/iHa HayyHa W KAMHWYHA WHObOPMAUMA, KOATO ce MNpeaocTaBA KaTo MNpeasioXKeHue 3a
obyueHue.

NHdopmauymaTa (1) He obxBaLLa MoXKe OM BCUUKM NOAXOAALLN NeYEeHUA U MeToAM 3a 0brpuKBaHe 1 He TpsibBa
03 Ce CMATA 3a KOHCTaTauma Ha cTaHAapTa 3a obrpuxkeaHe; (2) He ce aKTya/M3Mpa HEMPEKbCHATO U e
Bb3MOMHO [l@ He 0Tpas3ABa Hal-HOBMTE MO3HaHMA (OT M3roTBAHETO Ha Tasn WHPOPMaUUA U HEeWHOTO
ny6aMKyBaHe pecn. NpoYnTaHe MOXKE 43 Ce e NoABMAa HoBa MHbopMaLmsa); (3) ce oTHacA camo 3a cneunduryHo
nocoyeHuTe Bbnpocu; (4) He NpeacTaBnaBa NpeAnucaHme 3a onpeaeneHo MeauLMHCKO obenykBaHe; (5) He
3aMecTBa HE3aBUCMMOTO NPOdECUMOHA/THO PELIEHME HA NIEKYBALLMA NEKAP, Tbil KaTO He B3emMa NoZ BHUMaAHWE



https://ec.europa.eu/health/ern_en
https://www.ern-rnd.eu
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WHAMBUAYANHUTE PasAnuMa MeXay OTAe/IHUTE naumeHTU. BbB BCEKM cayyall neKyBalLMAT neKkap Tpabsa ga
npoueampa MHOMBUAYANHO CbC CbOTBETHMA NAuMeHT. M3non3saHeto Ha MHPoOpmMaumATa e A06pPoBOHO.
NHdopmaumaTa ce npegoctasa oT ERN-RND Bb3 ocHOBa Ha gencTeBuTenHoTo cberoaHmMe u ERN-RND He gaBa
M3pMYHaA UKW MbAYANMBA rapaHUMA NO OTHoweHWe Ha Tasn MHoopmaumsa. ERN-RND n3puyHO oTxBbPAA
0ABaHETO Ha BCAKAKBA rapaHuMAa 3a rogHoOCT 3a MPUJIOXKEHME M roA4HOCT 3a onpeaesneHa ynortpeba wau
onpegeneHa uen. ERN-RND He noema OTroBOpPHOCT 3a TenecHW NoBpeau UAM MaTepuanHu LWeTn, KOUTo
NPOM3TMYAT OT M3MOA3BAHETO HA Tasu MHPOPMALMA WM Ca BbB BPb3KA C HEA, KAKTO M 33 TPEeLiKkn Uan
NPOMNYCKMU.

METOAOJIOINUA

MpouecbT Ha ogobpsaBaHe e U3BBbPLUEH OT rpynaTta no 6onectn Ha neBkoeHuedanonatumte Ha ERN-RND.

pyna 6onectn JleBKoeHuedanonaTum:

KoopauHaTtopu Ha rpynuTe no 6onectu:

Kleopas Kleopa?®; Nicole Wolf!; Samuel Gréschel*®

YneHoBe Ha rpynarta no 6onecru:

CneumanncTm No 34paBHU TPUKNA:

Anec Tomek?%; Anapea Munapu?; Auxen MapTtunl’; AnHa ApaucoHe'; AnHa detta’®; AHHenn Konk?®;
Aond MaxoHn'®; ApuHa Hosaca?l; Bapt [epmayT?®; beata Bbnarkeescka-Xuopek!'3; KaponnHa CesuH>;
KatepuHa lapone®®; Kpucra-Kaponuna Bepriep3?; JaHunen boew?; Aumutpu Xemencoet??; lyuo Mapus
Kopaenn®®; EHpuko bepTnnmn??; ETope CancaHo'*; ®pax Boposeukn?®; dpaHuecko Hukuta?%; xkosaHa [e
Mukene?; XaHa Kionep3?; XaHc Xaptman!l; Xenapuk Posesunu’; Mesa Mnasepe?’; N3abena Mopouunts;
MBoHa CTbnHAK!3; MoxaHa Ycumaal®; Jorgen Erik Nielsen?3; Karolina Ziora-Jakutowicz®3; Klara Brozova?’;
Laszlo Szpisjak?®; Lena Elisabeth Hjermind?3; Leonardo Ulivi3; Luca Solina®®; Lucia Laugwitz3°; Ludger
Schéls3%; Mar O'Callaghan'?; Marc Engelen?; Mario Habek?®; Marjo van der Knaap?'; Natalja Predkele??;
Nicola Giannini3; Odile Boespflug-Tanguy®; Pedro Oliva Nacarino®; Peter Balicza?*; Pierre Kolber’; Rachele
Danti'*; Rosa Cortese?; Sabine Groenborg?3; Steffi Dreha-Kulaczewski'!; Sylvia Boesch!’; Thomas
Klopstock'®; Tom de Koning3!; Veronica Di Pisa'®>; Wolfgang Koehler3?

MpeacraBmTenn Ha NAUUEHTUTE:

Capa XbHT?

IAmsterdam UMC - MeAMLMHCKM LeHTbP Ha YHuBepcuTeTa B AMcTepaam, Huagepnanams; 2A0U - YHusepcuTetcka 6onHnua "degepuko 11",
Heanon, Utanus; 3A0U - YHuBepcutetcka 60aHuLa B Musa, Utanus; “AOU - YHusepcuTeTcka 60aHMLa B CueHa, Utanus; >APHP - PedepeHTeH
LeHTbp 3a ieBKoaMCTpodun, YHnBepcuTeTcKa 6onHnua Pobep-Lebpe, Mapu, paHums; bLieHTpanHa yHMBepcuTeTCKa 601HMLA Ha ACTypus,
Oswueno, Ucnanusa; 7CHL - Jliokcembyprckun 60aHUYEH LeHTBP, STlokcembypr; BKMNbPCKM MHCTUTYT NO HEBPOOTUA U FeHEeTMKa, Erkomu, Kunbp;
%ePAG; 9duHNaHACKM KOHCOPLMYM: YHUBEpPCUTETCKN 6onHuum B Oyny, Tamnepe u XensuHku, OuHnaHaus; MeguumHCKo yumauvie B
XaHosep, NepmaHua; 126oHKYHA KAnHMKa B BapcenoHa 1 6oanmua "CaHT oaH ge Jey", bapcenoHa, Mcnanusa; BUHCTUTYT No ncuxmaTpus
1 HeBposiorua, Bapwasa, Monwa; IRCCS - doHaaumsa Ha HeBponormuHmna MHCTMTYT "Kapno becta", Munano, Utanus; BSIRCCS - UHCTUTYT no
HEBPONOrMYHM Haykn B BonoHs, WUTanua; ®MpnaHackm KoHcopumym: 7YHusepcutetcka 6onHuua "/la Mac", Maapua, Wcnawus;
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18ynusepcutetrcka 6onwuua "Slyasur Makcumunman", MioHxeH, [epmanua; °MeguumHckM  yHuBepcuteT WHCBpYK, ABCTpuS;
20yHuepcuTetcka 6osHuua "Moton", Mpara, Yexus; 2'KauMHudHa yHuBepcuteTcka 6onwuua "Maync CrpaguHc", Pura, faTeus;
2MeanaTtpnyHa bonHuua "bambuHo [Oxesy", Pum, WUtanua; 2YHusepcutetcka 6onHuua "Purcxocnutanet", KonewxareH, [aHus;
0,

22YHusepcuteT Semmelweis, Byganewa, YHrapua; 2°MeguumHCKy LeHTbp Szent-Gyorgyi Albert, Cerea, YHrapus; 26YHusepcutetcka 601HMLA
Tapty, Ectonua; 27YHusepcutetcka 6onHmua Thomayer, Mpara, YewkKa peny6avka; 28YHUBEPCUTETCKM BONHUYEH LeHTbp 3arpeb, XbpeaTtus;
2Yumeepcutetcka 6onHuua leHt, Benrma; (39YHusepcutetcka 60aHMUa TiobuHreH, FepmaHus; 31YHUBEPCUTETCKM MEAULMHCKMA LLEHTbP
FPOHWUHreH, HuagepnaHaus; 3ZMeguUuUMHCKM LEHTBLP Ha JIaUnuUrckus yHnsepcuteT, FepmaHms

Mpouec Ha ogobpABaHe:

e [lpeanoxeHue 3a opobpaABaHe Ha CKasaTa 3a OLEHKA OT KOOPAMHATOPUTE Ha rpynute no
3abonnaBaHma Ha ERN-RND: 18 nekemspu 2024 .

e OO6cbXkaaHe B rpynata 3a 3abonasaHma ERN-RND Ha 18 pekemBpu 2024 r.

e Cbrnacue 3a ogobpeHue ot uanaTa rpyna no 6onectra — 10 mapt 2025 .


https://ec.europa.eu/health/ern_en
https://www.ern-rnd.eu
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BPBb3KA KbM OPUTUHAJIHATA NYBJINKALUA

KEHRER, C., BLUMENSTOCK, G., RAABE, C. u KRAGELOH-MANN, |. (2011 r.), PaspaboTsaHe 1 HaAeXAHOCT Ha
cuctema 33 Knacudpukauma Ha  rpybara  asuratenHa  ¢yHKUMA nNpu  geua C  MeTaxpomaTuMyHa
neskoaucrpodpuma. Developmental Medicine & Child Neurology, 53: 156-160. https://doi.org/10.1111/j.1469-
8749.2010.03821.x

CKAJIA 3A OUEHKA HA TrPYBUTE ABUTATEJIHU ®YHKUWWX NPU MNA:

GMFC-MLD

AdanmupaHo u npesedeHo om OpU2UHAAHAMA CKA/A 30 OUEHKA (8UMC M10308a8aHeMo)

Hueo O XopeHe 6es onopa C HOPMaJIHO 3a Bb3pPacCTTa Ka4eCTBO Ha U3nNb/IHEHNE

Hueo 1 XopeHe 6e3 onopa, HO C HamMma/zieHO Ka4yeCTBO Ha U3Nb/IHEHUE, T.€. HecTabunHocT npun ctoeHe
nan xogeHe

Hueo 2 XoaeHe c onopa. XoaeHeTo 6e3 onopa e HEBb3MOXHO (N0-Masiko OT NeT CTbMNKK)

Hueo 3 CepeHe 6es onopa u gsunxeHune, Kato Nb/siI3eHe AN TbpKaiAHe. XoaeHe cbC nnm 6es onopa
HE € Bb3MOXHO

Huso 4 (a) CepeHe 6e3 onopa, Ho 6e3 ABUKEHME UK

(6) He e Bb3morKHO ceneHe be3 onopa, HO € Bb3MOXHO NMPUABUIKBAHE, HAaNpUMep MbJi3eHe
WK TbPKansaHe.

Hueo 5 HAma auskeHune, HUTO cepieHe 6e3 ornopa, HO € Bb3MOXKHO [1a Ce KOHTPO/Mpa r1asaTta

Huso 6 3aryba Ha BCAKakBa NOABWUMXHOCT, KaKTO M 3aryba Ha BCAKAKbB KOHTPOAN BbPXy r/aBata U
baraxkHuKa


https://ec.europa.eu/health/ern_en
https://www.ern-rnd.eu
https://onlinelibrary.wiley.com/doi/10.1111/j.1469-8749.2010.03821.x
https://onlinelibrary.wiley.com/doi/10.1111/j.1469-8749.2010.03821.x
https://onlinelibrary.wiley.com/doi/10.1111/j.1469-8749.2010.03821.x
https://onlinelibrary.wiley.com/doi/10.1111/j.1469-8749.2010.03821.x
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