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MNy6ankysaHo ot ERN-RND: tonmn 2020 .




3, European
Reference

European
v Reference

Network
Networks

OTKas ot OTroBOPHOCT:

"MopgKpenaTta Ha EBponeickata KOMMCMA 33 M34aBAaHETO Ha Tasu nybaMKaumMa He npeacTaBnsBa
o0A06peHne Ha CbabPXKAHNETO, KOETO OTPa3ABa eAUHCTBEHO Bb3rneamte Ha aBTopuTe, U KomucmaTa He
HOCM OTrOBOPHOCT 3a M3M0N3BAaHETO HA CbAbpKalWlaTa ce B Hes MHPopmayma."

MoBeye MHPOpPMaLMA 3a EBponeinckus cbio3 e 4ocTbHa B MHTepHeT (http://europa.eu).
Nokcembypr: Cnyxkba 3a nybavMkauum Ha EBponeickus cbtos, 2019 T.
© Eponelicku cbtos, 2019

B'b3I'IpOM3Be)K,EI,aHETO € pa3speLlleHo, npu ycnosne 4e ce NnOCOYN N3TOHYHUKDT.
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BbBEJAEHWE B EBPONENCKATA PEOEPEHTHA MPEXA 3A

PEAKN HEBPOJIOTMYHU 3ABOJIABAHUA (ERN-RND)

ERN-RND e eBponeiicKka pedepeHTHa mperka, cb3gaaeHa n ogqobpeHa ot EBponeickus cbio3. ERN-RND e
34paBHa MHPACTPYKTYpPa, KOATO ce POoKycMpa BbPXY PeAKMUTE HEBPOAOTMYHM 3abonsasaHus (PH3). Tpute
OCHOBHM cTbnba Ha ERN-RND ca: (i) mperka OT eKcnepTM M eKCnepTHW LeHTpoBe, (ii) reHepupaHe,
obeanHsABaHe U pasnpocTpaHeHne Ha 3HaHusA 3a PHP u (iii) npunaraHe Ha enekTPOHHO 34paBeonasBaHe,
33 1a MOXKe eKcnepTM3aTta 4a NbTyBa BMECTO NauMeHTUTe U cemelcTBaTa.

ERN-RND obeauHsBa 32 oT BOAELLNTE eKCNePTHU LLeHTpoBe B EBpona, Kakto 1 10 acoumnmnpaHm napTHbopm
B 20 AbpKABM-YNEHKN U BKAKOYBA U3KAOUYUTENHO aKTMBHM MaUMEHTCKM opraHmsauunun. LleHTposeTe ce
Hamupart B AscTpua, benrna, bvarapua, Nepmanua, danua, EctoHna, Ucnanma, Utanma, Natena, Jlntea,
Jiokcembypr, Manta, ObegmHeHoTO KpanctsBo, Monwa, CnoseHusa, YHrapua, PuHnanansa, PpaHums,
XonaHaua n Yexma.

CnepHute rpynu 3abonnasaHus ca obxsaHaTn oT ERN-RND:

e ATakCMM W HacneACTBEHM CNACTUYHM Napanaerum

e ATMNWYEH NAPKMHCOHM3BM U reHeTMYHa 6onect Ha MapKMUHCOH

e [INCTOHMA, NAPOKCM3MANHN ANCTOHUM M CUHAPOM Ha HEBPOAEreHpauua C HaTpyNBaHe Ha XKenaso
B MO3bKa

e @poHTOTEMMOPANHA AeMeHumsA

e bonecTt Ha XbHTUHITBH M APYrY BUAOBE Xopes

e JleBKOAUCTpOUM

KoHKpeTHa MHPOpMaUMA 33 MpexKaTa, eKCNepTHUTE LeHTpoBe U obxBaHaTUTe 3abonaBaHUA MoOXKe Aa
6bae HamepeHa Ha yebcaiiTa Ha mpeykaTa www.ern-rnd.eu.

MpenopvkKa 3a KnuHU4YHa ynompeé6ba:

Esponelickama pedgpepeHmMHa mpexa 30 pedKu Heeposao2uyHu 3ab6oaaeaHus e
paspabomuna [JuazHocmu4yHa cxema 3d PAHHU amakcuu, 3a 0d MOMO2He npu
nocmaeaHemo Ha duaz2Ho3ama. PegpepeHmHama mpexca npenopvyea u3nosa3eaHemo
Ha ma3u Jua2zHoCMu4Ha cxema.

OTKA3A OT OTTOBOPHOCT:

MpW KAMHUYHUTE NPENOPDBKN, NPENOPBKUTE 33 IEKAPCKM NPAKTUKK, CUCTEMATUYHUTE 0630pK U gpyrute
NPenopbKn, KOUTO ce NyB6AMKYyBaT, NOAKPENAT UKW YMATO CTOMHOCT ce noTebpaasa oT ERN-RND, ce
Kacae 3a OLEHKA Ha aKTya/lHa HayyHa W KAMHWYHA WHGOPMAUMA, KOATO Ce npenoctaBA KaTo
npegnoxeHune 3a obyyeHue.

NHdopmaumaTa (1) He TpabBa Aa ce Bb3NpMemMa KaTo 06xBallialla BCUHKM NOAXOAALLM IeYEHNA U MeToAM
3a rpuxka u He TpAbBa Aa ce NpMema KaTo AeKnapauusa 3a CTaHAapTa 33 NeYeHre U rpuxka; (2) He ce
aKTya/iM3Mpa HenpeKbCcHaTO M e Bb3MOXKHO [a He OoTpasABa Hal-HOBUTE MO3HaHUA (OT M3roTBAHETO Ha
Tasn nHGopmauma U HEMHOTO NyBAMKyBaHe pecn. NPpoYnTaHe MOXKE Aa Ce e NoABM/Ia HOBA TaKaBga); (3) ce
oTHacA camo 3a crneumduyHO nocoyeHuTe BbNPOCK; (4) He npeacTaBnsBa Npenopbka 3a onpeaeneHa
MeANLUMHCKa rpua; (5) He 3amecTBa HE3aBUCMMOTO NPOPECUOHANHO MHEHWE HA NeKyBaLLMA NeKap, Tbil
KaTo He B3ema Noj BHUMaHWEe WMHAMBUAYANHUTE Pa3NNUYUA MEXXAy OTAeNHMTE NnaumeHTU. BbB BCeKu
CNyyYalh NeKyBaWMAT fneKap TpabBa Aa npoueanpa WHAMBUAYANHO CbC CbOTBETHMSA MaLMEHT.
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M3nons3saHeTo Ha MHPOpMaLMATa e AobpoBoaHo. UHPopmaumaTa ce npemoctass oT ERN-RND KaKkto e u
ERN-RND He aaBa M3pWYHA UAM MbAYanMBa rapaHuUMA NO OTHOLWEHWE Ha Ta3n uHpopmauma. ERN-RND
M3PUYHO OTXBbBP/SIA AABAHETO Ha BCAKAKBA rapaHuUMA 33 Ba/IMAHOCT 33 NPUNOXKEHME U BaNMAHOCT 3a
onpeaeneHa ynotpeba nnm onpeaeneHa uen. ERN-RND He noema oTroBOpPHOCT 3a TeNIeCHU nospean nim
MaTEepPUaHA LWETU, KOUTO NPOU3TUYAT OT M3MNOA3BAHETO HA Ta3n MHPOPMALMA NN Ca BbB BPb3Ka C Hes,
KaKTO M 3a rpeLLKn Uam Nponycku.

PaspaboTBaHeTo Ha [AMarHocTMYHaTa cxeMa e u3BbplleHo oT lpynaTa no 3abonasaHuATa ATakcus u
HacneaCcTBeHM cnacTUyHM napanaernm Ha ERN-RND.

I'pyrla no 3a6OI'IF|BaHMF|, CBbpP3aHN C aTakCnA U HaACNeacrBeHM CnacTtn4HU
napanaernu:

KoopauHaTtopu Ha rpynata no 3a6onsasaHuaTa:

Enrico Bertini?, Alfons Macaya®, Caterina Mariotti®; Rebecca Schuele-Freyer!®

YneHoBe Ha rpynaTa no 3a6osnasaHeTo: npod:

CneumanncTn No 34paBHU FPUNKMK:

Anne Torvin Mgller!, Maria Teresa Dotti?, Antonio Federico?, Alexandra Durr3, Michael Freilinger®, Sandy
Siegert?, Sylvia Boesch®, Wolfgang Nachbauer®, Isabella Moroni®, Lorenzo Nanetti®, Franco Taroni®, Jiri
Klempir’, Esteban Mufioz8, Mar O'Callaghan®, Andrés Nascimento®, Alejandra Darling®, Carlos Ortez?,
Josep Gdmez®, Maria Salvadd®, David Gdmez-Andrés®, Thomas Klopstock?!?, Susanne Schneider!, Martin
Vyhnalek!!, Alena Zumrova'!, Jaroslav Jerabek!, Klara Hrubal!, Ginevra Zanni'?2, Maurizio Petrarca’?
Gessica Vasco'?, Francesco Nicita'?, Maria Judit Molnar3, Bart van de Warrenburg!*, Michél Willemsen'?,
Judith van Gaalen'®, Charlotte Haaxma'4, Margit Lill">, Thomas Klockgether'®, York Hellenbroich?’,
Alexander Miinchau'’, Sinem Tunc'’, Martje Pauly!’, Rebecca Herzog'’, Ludger Schéls'®, Ingeborg
Kriageloh-Mann'®, Matthis Synofzik!®, Peter Martus!®, Massimo Pandolfo'®, Paola Giunti®, Julie
Vallortigara?®, Fran Borovecki?!, Joanna Pera??, Kristl Claeys?3, Berry Kremer?*, Deborah Sival?*, Borut
Peterlin?®>, Damjan Osredkar?®>, David Neubauer®, Norbert Kovacs?®, Bela Melegh?®, Kinga Hadziev?®,
Judith Zima?®

MNpeacraButenn Ha NaumMeHTUTE:

Lori Renna Linton?’, Mary Kearney?’

1 Aarhus Universitetshospital, 2 AOU Siena, Italy, 3 Assistance Publique-Hépitaux de Paris, Hopital Pitié-Salepétriére, France: Reference Centre
for Rare Diseases 'Neurogenetics', 4 Center for Pediatric Rare Neurological Diseases / Dpt. of Pediatrics, Medical University of Vienna, > Center
for Rare Movement Disorders / Dpt. of Neurology, Medical University Innsbruck, ® Foundation IRCCS neurological institute Carlo Besta —
Milan, Italy, 7 General University Hospital in Prague, Czech Republic, 8 Hospital Clinic i Provincial de Barcelona y Hospital de Sant Joan de Déu,
Spain, 2 Hospital Universitari Vall d'Hebron, Spain, 10 Klinikum der Universitat Miinchen, Germany, 1! Motol University Hospital, Czech
Republic, 12 Pediatric hospital Bambino Gesl, Rome, Italy, 13 Semmelweis University, Hungary, 14 Stichting Katholieke Universiteit, doing
business as Radboud University Medical Center Nijmegen, Netherlands, 1*> Tartu University Hospital, Estonia, 16 Universitatsklinikum Bonn,
Germany, 17 Universitatsklinikum Schleswig-Holstein, Germany, & Universitatsklinikum Tiibingen, Germany, 1° Université libre de Bruxelles,
Belgium, 20 University College London Hospitals NHS Foundation Trust, United Kingdom, 2! University Hospital Cente Zagreb, University
Department of Neurology, 22 University Hospital in Krakow, Poland, 2> University Hospitals Leuven, Belgium, 24 University Medical Center
Groningen, Netherlands, 25 University Medical Centre Ljubljana, Slovenia, 26 University of Pécs, Hungary, 27 Patient representative

Mpouec Ha pa3paboTBaHe Ha B10OK-CxemMu:
e PaspaboTBaHe Ha 6/10K-cxemaTa - centemspu 2019 . - tonn 2020 T.
e Cbrnacue Ha 4OKyMeHTA OT uanaTa rpyna no 3abonasaHuaTa - tonm 2020 .



ATaKcuA c paHHO Havano

Mpu AtaKcua ¢ paHHO Havyano obmucnere:

Mpe#toueHKa

1) AHamHesa, BKAOUUTENHO pamMUIHa aHaMHe3a
2) KAMHW4YHa OLEHKa, BKIOYBALLA:
OugeHKa Ha CNUCbKa Ha HeaTakcMuyHuTe cumntomu (INAS)
Knacnédumkauma Ha aTakcmaTa : KIMHMYHA cKana (Hanp. SARA)
3) MposexkaaHe Ha MPT Ha rnaBa 1 HeBpodU3Monorus
L+
CemelHa nctopus,
HAMa KOHKpeTHK onpeaeneH deHoTvN
aHOManuu nAn gucmopdusmm
WAV CUMITOMM 1
NabopaTopHu
NomucneTe 3a TecT 3a
uscnenBaHuA
3abonaBaHMA c NoBTapAHe |
! oo +/-CGH nnu
Ha TPUHYKNeToam
prHyKneToA aSNP

M3KntoyeTe 3abonaBaHmA 1
CbCTOAHMA, UMUTUPALLN aTaKcus

U3KntoveTe I'IpM,EI,O6MTa aTaKkcua

EQMHMYEH reH AUPEKTHO
cekBeHupaHe nnm NGS
naHen

!

WES-WGS <

AKo e oTpuuaTeneH, nomucaeTe 3a:
cekBeHuua Ha mTAHK, aCGH/aSNP,
Kapuotun, MosTopeH aHann3 Ha WES-WGS

AKO e oTpuuaTeneH



benexkKa:
WES-WGS moxKe ga ce 3ano4yHe, ako e HaIMYHO CBOEBPEMEHHO, NApasieNIHO ¢ nscnensaHuaTa cneg MPT Ha mo3bKa.
* PasnnyHu peHotunose Ha EOA n ueneHacoyeHu nscnenBaHus, pasrnegadun 8 Brandsma R v gp., Eur J Paediatr Neurol 2019

CbKpaweHumsa:

aCGH - CpaBHUTE/IHA TeHOMHa Xnbpunamsaumna Ha 6aszaTa Ha MUKpoYMnose

aSNP - MMKpPO4YMnoBo 6a3npaHo uscneaBaHe 3a eANHUYHU HYKNEOTUAHU NOANMOPDU3IMU
mtDNA seq - cekBeHMpaHe Ha muUTOXoHApPManHa JHK

MPT - MarHUTeH pe3oHaHc

NGS - CeKBEHMpaHe OT cneBallo NoKkoseHue

WES - CEKBEHMpaHe Ha LLe/InA eK3om

WGS - CEKBEHMpaHe Ha Le/inA reHom
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www.ern-rnd.eu

Co-funded by the European Union -




