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EUROPEAN REFERENCE NETWORKS
FOR RARE, LOW PREVALENCE AND COMPLEX DISEASES

Share. Care. Cure.

My6ankysaHo ot ERN-RND: 11 pespyapu 2019 .

NMocnegHa pesunsuna: 16 centemspun 2024 r.



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

OTKa3 OT OTrOBOPHOCT:

"I'Io,u,errlaTa Ha EBpOHEVICKaTa KOMUCHA 33 U3AaBAHETO 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 nybankauumn 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
HEBPOJIOTNYHU 3ABOJISBAHUSA (ERN-RND)

ERN-RND e eBponelicka pedepeHTHa MperKa, cb3ganeHa U ogobpeHa ot EBponelickusa cbto3. ERN-RND e
34paBHa MHPPACTPYKTYpa, KOATO ce POKycMpa BbPXY PeaKuTe HeBposaornyHu 3abonssanus (PH3). Tpute
OCHOBHM cTbnba Ha ERN-RND ca: i) mpexa oT eKcnepTu 1 eKcnepTHU LLEeHTPOBE, ii) reHepupaHe, obeanHsaBaHe
N pasnpocTpaHeHWe Ha 3HaHuA 3a PHP u iii) npunaraHe Ha eneKkTPOHHO 34paBeornasBaHe, 3a Aa MOXKe
eKcnepTM3aTta 4a NbTyBa BMECTO MaLMEHTUTE U CEMENCTBATA.

ERN-RND obeauHsBa 64 oT BoAeLmUTe eKCnepTHU LeHTpoBe B EBpona, KakTo 1 4 acouummpaHn napTHbopa B 24
ObPXKABU UYNEHKU UM BKAKOYBA W3IKAOUYMTENIHO aAKTMBHM NaUMEHTCKM opraHusaumu. LeHTpoBeTe ca
pa3nonoxeHn B ABcTpus, benrua, Bvarapua, Xbpeatua, Kunbp, YewkaTta penybaunka, OaHus, EcToHMA,
®duHnangns, PpaHuma, Flepmanus, Mbpuma, YHrapua, Upnadgua, Utanus, Nlateua, Jlutea, Jliokcembypr,
Manta, Hngepnanausa, Nonwa, CnoseHuna, Ucnanua mn LWeeyma.

CnepgHuTe rpynu 3abonsBaHma ca obxsaHath oT ERN-RND:
e ATaKCuMW U HacNeACTBEHWU CNACTUYHM Napanjernm
e ATMMNMYEH NAaPKMHCOHU3BbM U reHeTUYHa bonecTt Ha MNMapKMHCOH
e [INCTOHMA, NaPOKCM3MANHO PA3CTPOMCTBO M HEBPOAEreHepaLma C HaTPyNBaHE Ha KenAa30 B MO3bKa
e  (OpoHTOTEMMOPA/HA AEeMeHUUA
e bonect Ha XbHTUHITBLH M ApYyrK BUAOBE XopesA
e JleBROgMCTPOPUM

KoHKkpemHa uHopmayua 3a mpexcama, ekcnepmHume yeHmpoge u obxeaHamume 3a6071498aHUS Moxceme
da Hamepume Ha yebcalima Ha mpexcama www.ern-rnd.eu.

MpenopvKa 3a KnuHUYHa ynompeba:

Esponelickama pedgepeHmHa mpexa 3a pedKU Heeposao2uvyHuU 3abonseaHusa e
paspabomuna fJuazHocmu4Ha cxema 3a AMAKCcUU Npu 8b3pacmHu, 3a 0a NomMozHe npu
nocmaesaHemo Ha duazHo3ama. PegpepeHmHama mpexca npenopv4yeda u3non3saHemo
Ha ma3u JuazHocmu4yHa cxema.

N3KNTKYBAHE HA OTTOBOPHOCT

MpK KAMHUYHWUTE HACOKM, NPENnoOpPbKUTE 3a SIEKAPCKM MPAKTUKM, CUCTEMHUTE 0630pHM paboTn n apyrute
HACOKM, KOMUTO ce nNy6anKyBaT, NOAKPENAT UAN YMATO CTOMHOCT ce noTBbpKaasa oT ERN-RND, ce kacae 3a
OLLeHKa Ha aKTya/sHa HayyHa W KAWMHMYHA MHPOPMaLMA, KOATO Ce MNpenoCTaBA KAaTo NpepsorKeHue 3a
obyyeHue.

NHdopmauymaTa (1) He obxBaLLa MoXKe OM BCUUKM NOAXOAALLN NeYEeHUA U MeToAM 33 0brpuKBaHe 1 He Tpsibea
03 Ce CMATA 3a KOHCTaTauma Ha CcTaHAapTa 3a obrpuxkeaHe; (2) He ce aKTya/M3Mpa HEMPeKbCHATO U e
Bb3MOXHO 3@ He 0TpassaBa Hal-HOBUTE MO3HaHWA (OT M3roTBAHETO Ha Tasu WMHPoOpMAUMA U HENHOTO
ny6avMKyBaHe pecn. NpoYnTaHe MOXKE 43 Ce e NoABMAa HoBa MHbOopMaLmsa); (3) ce oTHaca camo 3a cneunduryHo
nocoyeHuTe BbNpocK; (4) He NpeacTaBaABa NpeanUcaHne 3a onpeaeneHo MmeguuUnHCKo obenyrKeaHe; (5) He
3aMeCTBa HE3aBUCUMOTO NPOPECMOHANHO PeLleHNE Ha IEKYBALLMA NeKap, Tbil KAaTO He B3ema Noj, BHUMaHWe
WHAMBMAYANHUTE PasnnumMa MeXay oTAae/HUTe naumeHTU. BbB BCEKM Cayyail neKyBalLMAT nekap Tpabsa ga
npoueampa MHOMBUAYANHO CbC CbOTBETHMA NAuMeHT. M3non3eaHeto Ha MHPopmauumATa e A06pPoBOHO.
NHdopmaumaTta ce npegoctasa oT ERN-RND Bb3 ocHOBa Ha AencTBUTeNHOTO cbeToAHMe M ERN-RND He gaBa
M3pMYHaA UKW MbAYANMBA rapaHUMA NO OTHoweHWe Ha Tasn MHoopmaumsa. ERN-RND n3puyHO oTxBbpAA
0AaBaHEeTO Ha BCAKAKBA rapaHuMa 3a rogHoOCT 3a MPUJIOXKEHME U rogHOCT 3a onpegeneHa ynotpeba mau
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onpepeneHa uen. ERN-RND He noema OTroBOpPHOCT 3a TeneCHU nospesn UAW MaTepuasnHu LWeTn, KOUTo
Npom3TUYaT OT M3MO/I3BAaHETO Ha Tasn MHPOPMALMA MAN Ca BbB BPb3Ka C HeA, KaKTO WM 33 TPeLiku uau
NPOMYCKMU.

PaspaborBaHeTo Ha [lMarHocTuyHaTa cxema € M3BbplieHo oT [pynata no 3abonaBaHMATa ATaKkcua W
HacneACTBEHM cnAcTUYHKM napanaernmn Ha ERN-RND.

[pyna no 3abonaBaHmsA, CBbP3aHM C aTaKcUA U HAaCNeACTBEHM CNACTUYHM
napanneruu:

KoopauHaTtopu Ha rpynara no 3abonABaHuATa:aaaaa

Elisabetta Indelicato?’; Lorenzo Nanetti'®; Rebecca Schuele-Freyer3®

YneHose Ha rpynara no 6onectu:

CneumnanmncTv No 34PaBHN TPUXKK:

Aki Hietaharju'4; Alejandra Darling'’; Alena Zumrova?®; Alexander Minchau*!; Alexandra Durr® Alfons
Macaya*®; Ana Lara Pelayo?®; Andrea Mignarri®; Andrés Nascimento!’; Angelo Antonini®; Anna Ardissone®?;
Anna Fetta®’; Anna Heinzmann6; Anna Sobanska'®; Anna Sulek!®; Antonio Federico®; Aoife Mahony?!; Astrid
Daniela Adarmes Gomez*’; Bart van de Warrenburg?!; Bela Melegh®’; Berry Kremer*3; Borut Peterlin®; Carlos
Ortez'’; Caroline Scicluna® Caterina Garone?’; Caterina Mariotti'®; Charlotte Haaxma3!; Chiara Criscuolo?;
Chiara Pane?; Christa-Caroline Bergner?®; Claire Ewenczyk®; Colin Clarke?!; Damjan Osredkar®®; Daniel Boesch?’;
David GOmez-Andrés*®; David Neubauer®; Deborah Sival*®; Duccio Maria Cordelli?®; Eleni Zamba-
Papanicolaou®?; Enrico Bertini®%; Esteban Mufioz!’; Eugenia Amato'’; Fran Borovecki®’; Francesco Nicita®’;
Francisco Javier Rodriguez de Rivera?3; Franco Taroni'’; Gabriele Siciliano*; Georgia Karadima?!!; Georgios
Koutsis'?; Gessica Vasco®’; Gilles Naeije'®; Ginevra Zanni3%; Giovanna De Michele?; Giovanni Rizzo?°; Giulia
Coarelli®; Harri Rusanen'*; Helena Sarac®’; Hendrik Rosewich*?; leva Glazere?®; Isabella Moroni'% Iwona
Stepniak!®; Jan Lykke Scheel Thomsen?; Jeroen Vermeulen?>; Jiri Klempir'®; Joanna Pera3?; Jon Infante?®; Judith
van Gaalen3!; Kathleen Gorman?!; Kevin Peikert**; Kinga Hadziev4’; Krista Lazdovska?®; Kristl Claeys*’; Kyproula
Christodolou®®; Laszlo Szpisjak®*; Laura Carrera'’; Laurine Virchien®; Lena Hjermind3?; Luca Solina20; Lucie
Pierron®; Ludger Schéls*’; Mar O'Callaghan'’; Marcus Grobe-Einsler3®; Margit Lill*®>; Maria Victoria Gonzalez
Martinez*®; Marit Otto'; Marta Bldzquez Estrada’; Marta Correa®®; Martin Paucar Arce??; Martin Vyhnalek?;
Martje Pauly*!; Matthis Synofzik*?; Maurizio Petrarca®’; Michael Bayat!; Michél Willemsen3!; Michelangelo
Mancuso*; Miryam Carecchio®; Norbert Briiggemann®!; Norbert Kovacs*’; Pablo Mir%; Perrine Charles®; Peter
Balicza®3; Péter Klivényi®*; Peter Martus*?; Petya Bogdanova-Mihaylova?!; Pierre Kolber®; Rachele Danti’;
Ramona Valante?’; Richard Walsh?!; Sira Davisonovd®; Sinead Murphy?!; Susanne Petril®; Susanne
Schneider?; Sylvia Boesch?’; Veronica Di Pisa?’; Viktor Molnar33; Vincenzo Montano?; Virginie Destrebecq'3;
Wolfgang Koehler?®; Wolfgang Nachbauer?’; Yorck Hellenbroich*!

[peacrtaBnTeNn HA NAUMEHTUTE:

John Gerbild?; Juliane Krabath'?; Lori Renna Linton'?; Mary Kearney?'?
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1Aarhus University Hospital, Denmark; 2A0U - Federico Il University Hospital, Naples, Italy; 3AOU - University Hospital Padua, Italy;
4AOU - University Hospital Pisa, Italy; SAOU - University Hospital Siena, Italy; 6APHP - Reference Centre for Rare Diseases
‘Neurogenetics', Pitié-Salpétriére Hospital, Paris, France; 7Asturias Central University Hospital, Oviedo, Spain; 8CHL - Luxembourg
Hospital Center, Luxembourg; °CHU de Toulouse, France; °Cyprus Institute of Neurology and Genetics, Egkomi, Cyprus; 1Eginitio
Hospital, National and Kapodistrian University of Athens, Greece; 12ePAG representative; 3Erasmus Hospital, Université libre de
Bruxelles, Brussels, Belgium; 1Finland Consortium: University Hospitals in Oulu, Tampere and Helsinki, Finland; 1>General University
Hospital Prague, Czech Republic; 1®Hannover Medical School, Germany; ’Hospital Clinic Barcelona and Sant Joan de Déu Hospital,
Barcelona, Spain; 8Institute of Psychiatry and Neurology, Warsaw, Poland; 1°IRCCS - Foundation of the Carlo Besta Neurological
Institute, Milan, Italy; 22IRCCS - Institute of Neurological Sciences of Bologna, Italy; 2XIrish Consortium: Tallaght University Hospital and
Children's Health Ireland, Dublin, Ireland; 22Karolinska University Hospital, Stockholm, Sweden; 23La Paz University Hospital, Madrid,
Spain; 2*Ludwig-Maximilian University Hospital, Munich, Germany; Z2Maastricht University Medical Center, Netherlands; 26Marques de
Valdecilla University Hospital, Santander, Spain; ??Medical University Innsbruck, Austria; 22Motol University Hospital, Prague, Czech
Republic; #°Pauls Stradins Clinical University Hospital, Riga, Latvia; 3°Pediatric Hospital Bambino Gesu, Rome, Italy; 31Radboud
University Medical Centre, Nijmegen, Netherlands; 32Rigshospitalet University Hospital Copenhagen, Denmark; 33Semmelweis
University, Budapest, Hungary; 34Szent-Gyorgyi Albert Medical Center, Szeged, Hungary; 3>Tartu University Hospital, Estonia;
36University Hospital Bonn, Germany; 3’University Hospital Center Zagreb, Croatia; 38University Hospital Heidelberg, Germany;
39University Hospital in Krakow, Poland; 4°University Hospital Leuven, Belgium; #tUniversity Hospital Schleswig-Holstein, Germany;
42University Hospital Tlbingen, Germany; 43University Medical Center Groningen, Netherlands; *University Medical Center Rostock,
Germany; %University Medical Centre Ljubljana, Slovenia; #¢University of Leipzig Medical Center, Germany; *’University of Pécs,
Hungary; 48Vall d'Hebron University Hospital, Barcelona, Spain; 4°Virgen del Rocio University Hospital, Sevilla, Spain

[Mpouec Ha pa3paboTBaHe Ha D/IOK-CXEMM:

e PaspaboTBaHe Ha 6/10K-cxema: oHU - HoemBpu 2017 T.

e (O6cbxkaaHe B rpynaTta 3a 3abonsasaHns ERN-RND: Hoemspu 2017 r. - toHn 2018 .

e Cbrnacue 3a gmarHoctmyHata cxema: 30 Hoemspu 2018 .

e Cbriacue no AOKYMeHTa OT LuaaaTa rpyna no 3abonasaHeTo: 05 pespyapu 2019 .

e [IpepasrnexaaHe Ha 610K-cxemaTa: pespyapu 2024 r.

e Cobrnacue 3a peBusMpaHaTa Cxema oT udAnaTa rpyna no 3abonssaHe: Centemspu 2024 r.


https://ec.europa.eu/health/ern_en
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OnarHocTU4YHM cxemu - ATakcum

M3kntouBaHe Ha NpngoduT NpuymHM Npu (No4)0CTPOo Havarno, cneunduyHa MeguumMHcka aHaMmHesa nu Haxogku ot AMP. Yectu
NpngodnTn NPUYNHN: aBTOMMYHHN 3ab0nsiBaHUS, TOKCUYHU peakuun, TpaBma Ha rnasaTa, uepebpanHa napanuaa, TYMop, UHCYIT,
NHEKUUKN, BUTaMUHEH AeddnUnT, NapaHeonacTUYHN CUHAPOMMU

N.B.: 3a paHHU amakcuu, MOJIsi, Haripaseme crnpaeka cbc creyuasiHama 6nok-cxema 3a ERN-RND.

FMPOBEPKA 3a Hanu4ue/omcbcmeue Ha: (1) nepughepHa Hegpornamusi-ceH3opHa HegpoHornamusi; (2) Haxo0ku om MPT Ha enasHusi
MO3BbK/MO3bYHUSI CMBOJI/MaslKusi MO3bK

ABTO30MHO-pELIECUBEH CnopapawnyHo ABTO30MHO JOMUHAHTHO
(HeuHdopmaTMBHa ceMenHa UCTopusl)

v v N v \

FRDA, SCA1, 2,3,6,7,17,

SCA1,2,3,6,7,17,DRPLA,
CANVASIREC DRPLA, CANVAS/RECT, “omnton SCA27b/FGF14
SCA27b/FGF14, FXTAS*
ompuyamerieH , ompuyamersieHu 1 ompuyamerne I
K0 MSA-C e manko eeposmHo 1 I
NGS HE Ha | | '
Pa3nonoXeH ’ | |
ne | |
] AKO E HATIMYHO 4
W3cnepBaiite: MaHen NGS, WES, WGS ako
ako ToBa |
* andadeTtonpoTenH, BuTamuH E, nomara 3a v NGS HE Ha
anbymuH, XonecTepon, nakrar, ThIKYBAHETO v pa3nonoxeH
LlepynonnasMuH, douTaHoBa KUcenuHa, Ha peaynTaTuTe S ne
VLCFA, kpeaTuHkuHasa ot NGS. aKko NGS HE na
* OpraH1YHU KUCEeNUHU B ypuHarTa, _ NGS HE Ha Pa3NONOXeH
adMWHOKUCeIIMH1 B MNnira3marta, - pa3nonoXeH me
N3030MHMN EH3UMU, XOrNecTeporn, ne TecT 38 PAAKO CpELLALIN Ce
OKCMCTeponu / l FT)pmnneTpHm
: wai;/p?ai:;w ARSACS TecT MoBTOPKU/PasnornoxeHns
« OuHa TenaHrveKkTasus AHanus Ha CACNATA™, el e
kaHauaaT- SCA27b/FGF14, yectn SCA, NpuUYnHEHN OT

HeobuyatiHo reHuTe EA1-KCNA1 KOHBEHLMOHAaNHN MyTauum



3abenexku:
* NMomucnete 3a FXTAS, ako cMHOPOMBT Ha TPEMOP M aTakcus 1 Bb3pacTTa Ha nosiea e > 50 rogmHu

** TecT 3a KOHBEHLMOHAIMHM MyTauun (enM3oamyHa atakcus TUn 2 n NpUnoKpuBaLLm ce CUHAPOMU
xemunnernyHa murpeHal/ennsogmnynHa atakcusi) u CAG exkcnaHaum (SCAG ¢ paHHM enn3oguyHn CUMMNTOMM)

CbKpalweHus:

CANVAS - CnHgpom Ha uepebenapHaTa aTakcus, HeBponaTtusi, BecTubynapHa apedgnekcus
DRPLA - jeHTaTopybpanHa-nanngonyncosa atpodus

EA1 - EnnsogunyHa atakcusa tmn 1

FRDA - ATakcus Ha ©pugpanx

FXTAS - CnHgpom Ha TpeMop/aTakcus, cebp3aH ¢ Fragile X

MRI - MarHuTHO-pe3oHaHCcHa Tomorpadus

MSA-C - ATpodunsa Ha MHOXecTBeHaTa cuctema LiepebenapeH tun
NGS - CEKBEHUpaHe OT creaBaLlo NoKofeHne

SCA - cnnHouepebenapHa atakcus

VLCFA - MaCTHU KMCEeNUHU C MHOro Abfira Bepura

WES - LIANIOCTHO CeKBEHMpaHe Ha ek3oma

WGS - USANIOCTHO reHOMHO CEeKBEHMpPaHe
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Co-funded by the European Union -
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