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OTKa3 OT OTrOBOPHOCT:

"MopKpenata Ha EBponelickaTa KomMucusA 3a M34aBaHeTO Ha Tasu Nyb/auKauua He npeactaBnssBa opobpeHue Ha
CbAbPKAHNETO, KOETO OTPa3fABa e4MHCTBEHO Bb3reauTe Ha aBTopuTe, U KOMUCUATA HE HOCKM OTFOBOPHOCT 33 U3MOI3BAHETO
Ha CbAbpXKallaTa ce B HeA MHbopmauma.”

Moseye MHPopmaLma 3a EBponeickma cbio3 e 4ocTbrHa B uHTepHeT (http://europa.eu).
NMokcembypr: Cnyxkba 3a nybamMkauum Ha EBponeickus cbios, 2019 T.
© Eponelicku cbtos, 2019

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

HEBPOJIOFMYHU 3ABOJIABAHUA (EPM-PH3)

Epm-PH3 e eBponeiicka pedepeHTHa mpexKa, Cb3aageHa n ogobpeHa ot EBponeinckma cbio3. Epm-PH3 e
34paBHa MHPACTPYKTYpPa, KOATO ce POKycMpa BbPXY PeAKMTE HEBPONOTMYHM 3abonsasaHus (PH3). Tpute
OCHOBHM CcTbnba Ha Epm-PH3 ca: (i) mperka OT eKcnepTn M eKcnepTHW ueHTpose, (ii) reHepupaHe,
obeanHsBaHe U pasnpocTpaHeHne Ha 3HaHusA 3a PHP u (iii) npunaraHe Ha enekTPOHHO 34paBeonasBaHe,
3a @ MOXKe eKcnepTM3aTa Aa NbTyBa BMECTO NaLMeHTUTE U CEMENCTBATA.

Epm-PH3 06eanHAaABa 32 oT BoAeLWMTe eKCNepTHU LeHTpoBe B EBpona, KakTto u 10 acoummpaHn napTHbopU
B 20 AbpKABM-YNEHKN U BKAKOYBA U3KAOUYUTENHO aKTUBHM MaUMEHTCKM opraHmsauunun. LleHTpoBseTe ce
Hamupart B AscTpua, benrna, bvarapua, Nepmanua, danua, EctoHna, Ucnanma, Utanma, Natena, /lntea,
Niokcembypr, Manta, ObeauHeHoTo Kpancteo, lNonwa, CnoseHus, YHrapus, ®uHnaHgma, PpaHuums,
XonaHgauna un Yexua.

CnepHute rpynu 3abonasaHns ca o06xsaHaTv ot Epm-PH3:
e ATaKCMM M HAacNeACTBEHM CNACTUYHWM Mapanaerum
e ATUNWYEH MAPKMHCOHM3BM U reHeTU4YHa 6onect Ha MapKMHCOH
e [IMCTOHMA, NAPOKCM3MANHU ANCTOHUM U CUHAPOM Ha HEBPOAEreHpaLma C HATPYNBaHE Ha KenAa3o
B MO3bKa
e ®poHTOTEMMNOPANHA AEeMEHUUA
e bonect Ha XbHTUHITBH U APYrU BUAOBE Xopesn
e JleBKOAUCTpOUM

KoHKpeTHa MHPOpMaumA 33 MpexKaTa, eKCNepPTHUTE LeHTpoBe U obxBaHaTUTe 3abonaBaHUA MoXKe Aa
6bae HamepeHa Ha yebcaiiTa Ha mpeykaTa www.ern-rnd.eu.

Mpenopvka 3a daHHUmMe om MPT e nybaukayuume:

Esponelickama pedepeHmHa mpexa 3a pedKu Heeposo2u4yHU 3aboaaeaHUA HACMOAMENHO
npenopvyea npu npedcmasaHe HaA uzobpaxceHusa om AMP e nybaukayuu 0a ce dasea noHe cnedHama
donvaHUMenHa uHgopmayus.

N3KJTFOYBAHE HA OTTOBOPHOCT

MpY KAMHUYHUTE HAaCOKW, NPEenopPbKUTE 3a IEKAPCKM NPAKTUKK, CUCTEMHUTE 0630pHM pPaboTun n gpyrute
HACOKM, KOUTO ce Ny6AMKyBaT, NOAKPENAT UM YUATO CTOMHOCT ce NnoTBbpKaasa oT ERN-RND, ce Kacae 3a
OLLeHKa Ha aKTya/lHa Hay4YHa W KAMHMYHA MHbOPMaLMA, KOATO ce NpeaoCcTaBsA KAaTo NpeasioKeHue 3a
obyueHue.

NHbopmaumaTa (1) He obxBalLa MOXKe BU BCUYKM NOAXOAALLN NEeYEeHUA U MEeToAM 33 O6rpuUXKBaHe U He
TpAbBa Aa ce CMATA 33 KOHCTATaUMA Ha CTaHAApPTa 32 0brpukBaHe; (2) He ce akTyann3Mpa HenpeKkbCcHaTo
M e Bb3MOXHO A3 He 0Tpa3fABa Hali-HOBUTE MNO3HaHMA (OT U3roTBAHETO Ha Tasn MHGopMaLMA U HEMHOTO
nybavKyBaHe pecn. MPoYUTAHE MOXKe Ja ce e noABuMna Hoea MHbopmauma); (3) ce oTHaca camo 3a
cneumdmyHO nocoyeHuTe BbNPOCK; (4) He NpeacTaBnABa NpeAnvcaHUe 3a onpeaeneHo MeANUMHCKO
obcnykBaHe; (5) He 3amecTBa HE3aBUCMMOTO NPOPECUOHANHO pPeLEHME Ha NEKYBALLMA IeKap, Tbil KaTo
He B3ema noJ BHMMaHWe MHAUBUAYANHUTE Pas3/INYNA MeXAy OTAeNHUTE NauueHTU. BbB BCeKkM cnyyam
NeKyBalLMAT nekap Tpabea ga npoueanpa MHAMBUAYANHO CbC CbOTBETHMA NauMeHT. M3non3saHeTo Ha
nHpopmaumata e pobposonHo. UHPpopmaumata ce npepoctasa oT ERN-RND Bb3 ocHoBa Ha
aencremutenHoTo cbectoAaHMe n ERN-RND He gaBa M3puyHa UAM MbAYaanBa rapaHuUmMa no oTHOLWEHWe Ha
Tasn uHbopmauma. ERN-RND mM3pMYHO OTXBBPAA [aBaHETO Ha BCAKAKBA rapaHuUMsa 3a FOAHOCT 33
NPUIOXKeHMEe U TOAHOCT 3a onpeaeneHa ynotpeba nnm onpeaeneHa uen. ERN-RND He noema oTroBopHOCT
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3a TenieCHU noBpeaun nanm matepunanHu Wwetn, KOMTo NPonusTnHaT OT M3NON3BAHETO HA Ta3U MHd)OpMaLI,VIﬂ
M Ca BbB BPb3Ka C HEA, KAKTO U 3a rpeLlKn Nam nponycku.

MN3unckBaHMATa 33 4ONBAHUTENHA MHPOPMALMA KbM CHUMKKTE oT AMP B nyb6anKaummTe ca CbCTaBeHU OT
lpynaTa 3a neskoanctpodpum Ha ERN-RND.

pyna 6onectn 3a neBKoAUCTPOPUN:
KoopauHaTtopu Ha rpynaTa no 3abonsasaHuATta:

Nicole Wolf!, Caroline Sevin?

YneHoBe Ha rpynaTta no 3a6onasaHeTo: Npood:

Anna Ardissone? ; Patrick Aubourg? ; Enrico Bertini* ; Daniel Boesch® ; Sylvia Boesch® ; Odile Boespflug-
Tanguy? ; Fran Borovecki® ; Klara BroZova’ ; Kyproula Christodoulou® ; Tom de Koning® ; Antonio Federico'®
: leva Glazere!! ; Samuel Grdschel'? ; Zoltan Grosz!® ; Mario Habek! ; Hans Hartmann®® ; Dimitri
Hemelsoet'® ; Lena Elisabeth Hjermind?!’ ; Klara Hruba®® ; Thomas Klopstock!® ; Pierre Kolber?® ; Anneli
Kolk?! ; Ingeborg Krageloh-Mann??; Lucia Laugwitz'? ; Tobias Mentzel?? ; Angel Martin Montes?? ; Isabella
Moroni? ; Jorgen Erik Nielsen'” ; Elina Pucite?* ; Ettore Salsano? ; Ludger Schdéls'? ; Johanna Uusimaa?® ;
Marjo S. van der Knaap? ; Eleni Zamba- Papanicolaou®

1 Yuusepcutetckn meamumHckn ueHtbp VU Amctepaam, Huaepnanamsa;? Assistance Publique-Hépitaux
de Paris, Hépital Robert-Debré, ®paHuusn: PepepeHTeH LueHTbp 3a neskoguctpodum;® doHaaumsa IRCCS
HesponorunyeH nHctutyt Kapno becta, MunaHo, Utanusa;* Negmatpmuura 6onHmnua Bambino Gesu, Pum,
WUTtanus;> LleHTbp 3a peakn asuratenHu Hapylwenusa / Dpt. of Neurology, Medical University Innsbruck,
AscTpus;® University Hospital Cente Zagreb, University Department of Neurology, Xbpsatusa;’ Thomayer
Hospital Prague, Yexusa;® Cyprus Foundation for Muscular Dystony Research;® University Medical Center
Groningen, Huaepnanausa; 1° AOU Cuena, Utanua;!! KnuHunuHa yHusepcutetcka 6onHmua Pauls Stradins,
Pura, Nateua;? Universitatsklinikum Tubingen, Fepmanusa;® Semmelweis University, YHrapua;'# Klinicki
bolnicki centar Zagreb, Xbpsatuna;*> Hannover Medical School, Fepmanus; ¢ Yunsepcutetcka 60nHMLa
FeHT, Benrna;!’ Rigshospitalet KonenxareH, Janunsa;® Yumusepcutercka 6onHnua Moton, Yexumsa;® Klinikum
der Universitdt Minchen, Tepmanuna;?° Centre Hospitalier du Luxembourg;?t YHusepcuteTcka 60nHMLA
Tapty, EctoHusa; 22> Esponelicka acouumauua no neskoauctpodma - ELA Deutschland;?® Hospital
Universitario La Paz, Magpwua, Wcnanua;?* Pauls Stradins Clinical University Hospital, Pura, Nateua;?®
Northern Ostrobothnia Hospital District Qulu; Oulu University Hospital (OUH), ®uHnaHgma

[Mpouec Ha pa3paboTBaHe Ha HB/IOK-CXEMM:

e Pa3spaboTBaHe Ha 610K-cxemu - toHM 2017 1. - toHNn 2018 .

e ObcbXkaaHe/npepasrnexaaHe B rpynarta no 3abonasaHua Ha ERN-RND no Bpeme Ha roguuiHaTa
cpeua Ha ERN-RND 2018 - 08/06/2018
e Cbrnacue no goKymeHTa OT UAnaTta rpyna no 6onectra - 02/10/2018
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MWUHUMAJTHN UBNCKBAHUA 3A NTHOOPMALIMATA, KOATO TPABBA A CE
NPEAOCTABA 3AEAHO CbC CHUMKUN HA MPT B NYBJIMKALMNUTE:

CTpyKTypa 3acerHaTtu/He3acerHatu
MepuBeHTpUKYNapHO 6510 BewecTso (par occ / temp
/ fron)

LeHTpanHa 6ana matepua (napHo / temn / GpoHT)

CybKopTHKanHo 6ano BewecTso (par occ / temp /
fron)

Corpus callosum (genu)
Corpus callosum (tano)
Corpus callosum (cnauH)
Cortex

basanHu raHraum
Tanamyc
MeseHuedanoH
Mo3bueH cTBoN
Mo3bYHO 65710 BELWECTBO
3b6HO Agpo
LiepebenapHa Kopa

Fpb6HauYeH MO3bK

IPbOHAYHM KONIOHM

CTPaHWYHM KOPTUKOCMMHANHW TPaKTOBe
BEHTPA/NIHN KOPTUKOCNMHAHWN TPAKTOBE
CWMBO BeLLEeCTBO

06wa nipopmauua

CynpaTteHTopuanHa atpodua: BbTpewHu CSF
NpoCTPaHCTBA

CynpaTteHTopmanHa atpodus: BbHLWHM CSF
NpoCTPaHCTBA

LlepebenapHa aTpodus: Bepmunc
LlepebenapHa atpodums: nonykbvnba

[pyru BaXKHU KOHCTaTauum
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MUnioctpaumna (MMHMMaNHN U3UCKBAHUA) HUBO
aKcuaneH t2 LeHTbp semiovale

basanHu raHrauu / Tanamu

(me3eHuedanoH)

64710 MO3BYHO BELLECTBO

nsobpaxkeHune Ha nposuceaHe (T1 nau T2) cpefHa carMTanHa

BuHaru nocouBaiite Bb3pacrtra npu MPT

donvaHUmMenHu U306PGJK€HUH 68 3gsucumocm om
namoaso2uama

T1 (c/6e3 KoHTpacT)

FLAIR

SWI

DWI (Bka. ADC)

OnuweTe KoHCTaTauuuTe Ha | Kbae Npeobnagasa?

TemaTa, KaTo 1M3non3eare cnmsay ce / myntudokaneH

CTaHAapTHa TEPMUHONIOTUA [ noBMLWABaHe Ha KOHTpacTa?

KMCTO3HM/peaKun?

CUMETPUYEH / acUMeTpUYeH?

APYTN XapaKTEPUCTUKM (KanunPUKaTi, MUKPOKPbBOU3AUBMN...)

MHTEH3UTEeT Ha cUurHana B T2 n T1
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