‘.... N E Ly d Y
o%t N\ uropean L2ty European

SN ei ia Reference Neurological Diseases
0550 Reference  *¢i Nerwors ™
. oo o forroriowprevalance. e
050’ Networks i

OUNATHOCTUYHM CXEMW 3A ONCTOHMUA:

(1) Npwn Bb3pacTHH

(2) Npu peua v oHOLWIMK

EUROPEAN REFERENCE NETWORKS
FOR RARE, LOW PREVALENCE AND COMPLEX DISEASES
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OTKas ot OTroBOPHOCT:

"MopgKpenaTta Ha EBponeicKkata KOMMCMA 33 M34aBAaHETO Ha Tasu nybaMKauma He npeacTaBnsBa
oA06peHne Ha CbabPXKAHNETO, KOETO OTPa3ABa eANHCTBEHO Bb3rneamTe Ha aBTopuTe, U KomucmaTa He
HOCM OTrOBOPHOCT 3a M3M0N3BAaHETO HA CbAbpKallaTa ce B Hes MHpopmauyma."

MoBeye MHPOpMaLMa 3a EBponeinckms cbio3 e 4ocTbHa B MHTepHeT (http://europa.eu).
Nokcembypr: Cnyxkba 3a nybavkauum Ha EBponeickus cbtos, 2019 T.
© Esponelicku cbtos, 2019

B'b3I'IpOM3Be)K,EI,aHETO € paspeLlleHo, npu ycnosne 4e ce Nn0COYN N3TOYHUKDT.
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BbBEJAEHWE B EBPONENCKATA PEOEPEHTHA MPEXA 3A

PEAKWN 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 PeAKUTE HEBPONOTMYHM 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 cemelcTaTa.

ERN-RND o6eanHasa 64 oT BOAELLUTE eKCNEPTHU LeHTpoBe B EBpona, KakTo 1 4 acounmpaHmn NapTHbOPU
B 24 AbPXKABM-YNEHKU U BKAKOYBA U3KAOUYUTENHO aKTMBHM MaUMEHTCKM opraHmsauunun. LleHTposeTe ce
Hamupat B ABCTpuA, benruns, bbarapua, Xvpsatua, Kunbp, Yewkata penybauka, OaHua, ECTOHMA,
®uHnangma, ®paHums, Fepmanua, Mpuma, YHrapua, Utanua, Nateua, Jiutea, Jliokcembypr, ManTa,
Huaepnanaua, Monwa, CnoseHuna, Ucnavma u Lseumns.

CnepHute rpynu 3abonnasaHus ca obxsaHaTn oT ERN-RND:

e ATakCMM U HacNeACTBEHM CNACTUYHM Napanaerum

e ATMNMYEH MAPKMHCOHU3BM M reHeTUYHa 6onecT Ha MapKMHCOH

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

e @poHTOTEMMOPANHA AeMeHumsA

e bonecT Ha XbHTUHITBH M APYrK BUAOBE Xopes

e JleBKOAUCTpOUM

KoHKpeTHa MHPOpMaumA 33 MpexKaTa, eKCNepTHUTE LeHTpoBe U obxBaHaTUTe 3abonaBaHUA MoXKe Aa
6bae HamepeHa Ha yebcaliTa Ha mpexkaTa www.ern-rnd.eu.

MpenopvKa 3a KnuHU4YHa ynompeé6a:

Esponelickama pegepeHmHa mpexa 3a peoKu Hesposao2u4yHU 3abonseaHus
paspabomu [JuazHocmu4yHu 670K-cxemu 3a OUCMOHUA, 3a 04 MNOMO2He 3d
duazHocmuyupaHemo Ha nayueHmu ¢ OucmoHusa. PegepeHmHama mpexca
npenopv4yea u3nosn3saHemo Ha mesu QuazHOCMuUYHU 6710K-cxemu.

N3K/TFOYBAHE HA OTTOBOPHOCT

MpW KAMHUYHUTE HAaCOKW, NPENOPbKUTE 3a IEKAPCKM NPAKTUKM, CUCTEMHUTE 0630pPHM PaboTun n gpyrute
HACOKM, KOUTO ce Nyb6/IMKyBaT, NOAKPENAT UM YMATO CTOMHOCT ce noTebpKaaBa oT ERN-RND, ce Kacae 3a
OLleHKA Ha aKTya/lHa Hay4yHa WU KAMHWUYHA MHPOpPMaLMA, KOATO Ce NpenoCcTaBA KaTo NpeasioXKeHue 3a
obyueHue.

NHPopmaumaTa (1) He obxBalLa MmoxKe 6M BCUYKM NOAXOLAM NEYEHUA U METOAM 33 0OrpUNKBaHE U He
TpAbBa fAa ce cmATa 33 KOHCTaTaUMA Ha CTaHAapTa 3a 06rpuKBaHe; (2) He ce akTyanM3upa HeNPEeKbCHATO
M e Bb3MOXXHO [la He 0Tpa3sBa Hal-HOBUTE MO3HAHMA (OT U3rOTBAHETO Ha Ta3n MHPOPMaALMA U HEMHOTO
nybavKyBaHe pecn. MPoYUTAHE MOXKe Ja ce e MnoABMna HoBa MHbopmauma); (3) ce oTHaca camo 3a
cneumdmyHO nocoyeHuTe BbNpocK; (4) He NpeacTaBnABa NpeAnucaHUe 3a onpeaeneHo MeANUMHCKO
obcnykBaHe; (5) He 3amecTBa HE3aBUCMMOTO NPOPECUOHANHO pPeLEHME Ha NEKYBALLMA IeKap, Tbi KaTo
He B3eMa NnoJ BHUMaHWEe MHAUBUAYANHUTE Pa3INYMA MEXKAY OTAENHUTE NauneHTU. Bbe BCeKM cnyyai
NeKyBalLMAT nekap TpabBa ga npoueampa MHANMBUMAYANHO CbC CbOTBETHWUA NauMeHT. M3non3BaHeTo Ha
nHoopmaumatTa e pobposonHo. WMHPopmaumata ce npepoctaBa oT ERN-RND Bb3 ocHOBa Ha
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aencremutenHoTo cbectoAHMe n ERN-RND He gaBa M3puyHa MAM MbAYaanBa rapaHuUmMa no oTHOLWEHWe Ha
Tasn uHpopmauma. ERN-RND m3pMYHO OTXBbPAA [aBaHETO Ha BCAKAKBA rapaHuUMsa 3a FoAHOCT 33
NPWIOXKEHME U TOAHOCT 3a onpeaeneHa ynotpeba nnm onpeaeneHa uen. ERN-RND He noema oTroBopHOCT
3a Te/IeCHM noBpean UAKU MAaTeEPUANHUN LWETU, KOUTO NPOM3TUYAT OT M3NON3BAHETO Ha Tasn MHPopmauma
WA Ca BbB BPBb3KA C HEA, KAKTO U 3a FPeLLKM MAK NPONYCKM.

PaspaboTtBaHeTo Ha [MarHoCcTMyHMUTEe ONOK-CXeMM 33 AUCTOHMA e UM3BbpleHo OoT [pynata no
3360/1ABaHMATA 33 AMCTOHUS, NAaPOKCU3MaHKN pascTponctea n NBIA Ha ERN-RND.

[pyna 60n1ecTn 3a ANCTOHMA, MAPOKCU3MaIHK pa3cTponcTea n NBIA:

KoopauHaTtopm Ha rpynuTe no 6onectu:

Alberto Albanese®; Thomas Klopstock?; Marie Vidailhet?

YneHoBe Ha rpynarta no 6onectu:

Enrico Bertini*; Kailash Bhatia®; Elena Chorbadgieva®; Yaroslau Compta’; Adrian Danek?; Alejandra
Darling’; Tom de Koning®; Marina de Koning-Tijssen®, Malgorazate Dec-Cwiek®; Maria Teresa Dotti?;
Antonio Elia''; Antonio Federico!®; Dusan Flisar'?; Thomas Gasser!3; Kathrin Grundmann?'?; Kinga
Hadzsiev'#; Christine Klein®>; Jiri Klempir®; Maja Kojovic'’; Norbert Kovacs'*; Bernhard Landwehrmeier?s;
Ebba Lohmann?3; Sebastian Léns'®>; Maria Jose Marti’; Maria Judit Molnar®?; Alexander Miinchau®®; Juan
Dario Ortigoza Escobar’; Damjan Osredkar'?; Sebastian Paus?%; Belén Pérez Duefias?’; Bart Post??; Evien
RUzZi¢ka?3; Sinem Tunc!®; Michel Willemsen??; Giovanna Zorzi'!

1IRCCS Clinical Institute Humanitas — Rozzano, Italy; 2Klinikum der Universitat Minchen, Germany; 3Assistance Publique-Hopitaux de Paris,
Hopital Pitié-Salepétriere, France: Reference Centre for Rare Diseases 'Neurogenetics'; *Pediatric hospital Bambino Gesu, Rome, Italy;
SUniversity College London Hospitals NHS Foundation Trust, United Kingdom; ¢University Neurological Hospital “St. Naum” Sofia, Bulgaria;
"Hospital Clinic i Provincial de Barcelona y Hospital de Sant Joan de Déu, Spain; 8University Medical Center Groningen, Netherlands;
SUniversity Hospital in Krakow, Poland; 1°A0U Siena, Italy; 12Foundation IRCCS neurological institute Carlo Besta — Milan, Italy; 22University
Medical Centre Ljubljana, Slovenia; 3Universitatsklinikum Tlbingen, Germany; #University of Pécs, Hungary; >Universitatsklinikum
Schleswig-Holstein, Germany; 6General University Hospital in Prague, Czech Republic; University Medical Centre Ljubljana, Slovenia;
18Universitatsklinikum Ulm, Germany; 1*Semmelweis University, Hungary; 2°Universitatsklinikum Bonn, Germany; 2'Hospital Universitari Vall
d'Hebron, Spain; 22Stichting Katholieke Universiteit, doing business as Radboud University Medical Center Nijmegen, Netherlands; 23Motol
University Hospital, Czech Republic.

[Mpouec Ha pa3paboTBaHe Ha BNOK-CXeMU:

e PaspaboTtBaHe Ha 610K-CXxemu - oOHU - HoemBpu 2017 .

e O6cbxaaHe/npepasrnexaaHe B rpynata no 6onectra ERN-RND -
HoemBpwn 2017 r. - toHn 2018 r.

e C(CbrnacvMe 3a AMarHOCTUYHM CXeMM NO Bpeme Ha rogmiHata cpewa Ha ERN-RND 2018 -
08/06/2018

e Cbrnacue 3a [AOKyMeHTa OT UfnaTa rpyna no 3abonssaHuaATa - 26/09/2018



OAvarHocrmyHa cxeMa 3a AUCTOHUSA NMPU Bb3PacCTHU

(no paHHM Ha A. Albanese, M. Di Giovanni u S. Lalli:
AncroHusa: AuctuHua: [ijmarHoctuka m nevyerme, Eur J Neurol.
2018 Jul 23. doi: 10.1111/ene.13762. [Epub ahead of print])

HesponoruyeH nperneg (Oc 1)
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CneunMdurYHM 33 CMHAPOMA CTPYKTYPUPAHU U3cnenBaHuUA

1. O6bpasHa gMarHocTuKa (aereHepaTuBHa, CTaTUYHA UK 6e3 ne3uns)
2. U3cnepBaHe 3a npuaobutn dopmu (MetabonnuTHU 1 4p.)
3. feHeTUYHO n3cneaBaHe (Tect 3a eauH red unm NGS naHen)
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durypa 2 KauMHuyHa cTpaterus oT mpernefa 40 naaHa 3a nedexuve. Cneg npernefa GeHOMeHONONMATA HACOYBA AMArHOCTUYHUTE TECTOBE.

C'b6paHa'ra MH¢OpMaLIMR no3eonABa fa ce onpegenn nnaH 3a neyeHue, He3aBUCUMO [Aann € CUMMMNTOMaTU4YeH WUaun cneuMd)mqu 3a

mexaHu3ma. Hackopo 6else CbCTaBeH CMUCHK Ha cneupuduiHn moanduumpaluy 3ab60SBaHETO JIeYeHNs 3a CUHAPOMUTE Ha AMCTOHMA [94]

BONT - 60Ty/IMHOB HEBPOTOKCWH; DBS - abnboka Mo3buHa ctumynaums; NGS - cekBeHWpaHe OT ciefgallo nokosexue. (LisetHata durypa

Moxe aa ce Buam Ha wileyonlinelibrary.com)

Copyright © 1999-2019 John Wiley & Sons, Inc. Bcuykn npasa 3anasexu



AvarHocruyHa cxeMa 3a ANCTOHUA NpU AeLla U IOHOLUU

(cnopeg van Egmond ME, Kuiper A, Eggink H, et al. J Neurol Dystonia in children and adolescents: a
systematic review and a new diagnostic algorithm Neurosurg Psychiatry 2015;86:774-781.)

[MbAHMAT TEKCT Ha CTaTUsATa MOXeTe Aa HamepuTe Tyk: http://dx.doi.org/10.1136/jnnp-2014-309106

AnarHocTtnyeH anroputTobm Ha AUCTOHUATA NPU geua U IOHOLUKU

[narHocTMyHo nscnensaHe,

Errre S e @ 57 He HaCOYeHO KbM MMUMMK Ha ANCTOHUSA
(Tabnunua 1) nan Kbm apyro
[ABUraTeNHO Pa3CTPONCTBO

Aa
CTbnKa 2: Bb3MOXKHO N e [narHocTMyHo nscneasaHe,
ANCTOHUATA Aa e Npean3BUKaHa oT Aa HaCoO4YeHO KbM MUMMK Ha ANCTOHUSA
MeANKAMEHTU U OT TOKCUYHU (Tabnunua 1) man Kbm Apyro
areHTn? (Tabnuua 2) ABUTaTeIHO Pa3CTPOICTBO
He

MN3BbpuBaHe Ha AMP Ha MmO3bKa

Aa

CrbnKa 3: O4yeBUAHU YANKNK CneundunyHa gnarHocTnyHa pabota
3a apyrv dopmu Ha npnaobuto
anctoHus? (Tabauua 3)
YcTaHOBEHa e NpuYmHaTa’?
He He na
CtbnkKa 4: M3BbpluBaHe HA NpenopbyYyaHUTE BUOXMMUYHU U3CNeaBaHMUA Ako e
(Tabnuua 4), HacoyeHu Kbm neunumu MEM (JonbaHeHue 3), n Bb3MOXKHO:
3ano4yBaHe Ha U3NUTBaHe Ha fieBoAaona 3ano4yHeTte
NleyeHune
n

Ctbnka 5: CekBeHMpaHe OT cneaBallo nokoneHue (JonbaHeHue 1)
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