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EUROPEAN REFERENCE NETWORKS
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M3KntouBaHe Ha OTroBOPHOCT:

"MoakpenaTta Ha EBponeickata KOMWUCMA 3a M34aBaHETO Ha Ta3n nNybavKauua He npeacTaBnaBa
0A0b6peHne Ha CbabPXKAHNETO, KOETO OTPa3ABa eANHCTBEHO Bb3rneamTe Ha aBTopuTe, U KomucmaTa He
HOCM OTrOBOPHOCT 3a M3M0N3BAaHETO Ha CbAbpKallaTa ce B Hes MHpopmauyma."

MoBeye MHPOpMaLMa 3a EBponeickus cbio3 e 4ocTbrHa B MHTepHeT (http://europa.eu).
NMokcembypr: Cnyxkba 3a nybavMkauum Ha EBponeickus cbtos, 2019 T.
© Esponelicku cbtos, 2019

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

PEAKN HEBPOJIOTMYHUN 3ABOJIABAHUA (ERN-RND)

ERN-RND e eBponeiicka pedepeHTHa mperka, cb3gaaeHa n ogqobpeHa ot EBponeickus cbio3. ERN-RND e
34paBHa MHPACTPYKTYpPa, KOATO ce POoKycMpa BbPXY PeAKMTE HEBPONOTMYHM 3abonsasaHus (PH3). Tpute
OCHOBHM cTbnba Ha ERN-RND ca: (i) mperka OT eKcnepTM M eKcnepTHW LeHTpose, (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 obeaunHsBa 32 oT BOAELLUTE eKCNePTHU LLeHTpoBe B EBpona, Kakto 1 10 acoumnmnpaHm napTHbopuU
B 20 AbpXKABM-YNEHKN U BKAIOYBA U3KAOUYUTENHO aKTMBHM MaUMEHTCKM opraHmsauunun. LleHTpoBseTe ce
Hamupart B AscTpua, benrna, bvarapua, Nepmanua, danua, EctoHmna, Ucnanma, Utanma, Natena, Jlntea,
Niokcembypr, Manta, ObeauHeHoTo Kpancteo, lNonwa, CnoseHus, YHrapus, ®uHnaHgma, PpaHums,
XonaHgua n Yexma.

CnepHute rpynu 3abonnasaHus ca obxsaHaTn oT ERN-RND:

o ATaKCMM W HacneacTBEHM CNACTUYHM Napanaerum

e ATMNMYEH NAPKMHCOHM3BM M reHeTMYHa 6onect Ha MapKMUHCOH

e [INCTOHUA, MAPOKCU3IMANHN AUCTOHMN U CUHAPOM Ha HEBPOAEreHPaLUMA C HAaTPYNBaHE Ha Kenfa30
B MO3bKa

e @poHTOTEMMOPANHaA AeMeHUUA

e bonect Ha XbHTUHITBH U ApYrvM BUAOBE XOopes

o JleBkoanctpodpum

KoHKpemHa uHgpopmayusa 3a Mpexcama, ekcriepmHume yeHmpose u obxeaHamume 3a60198aHUA MOXE
0a 6v0e HamepeHa Ha yebcalima Ha mpexcama www.ern-rnd.eu.p

MpenopvKa 3a KnuHU4YHa ynompeé6a:

Esponelickama pedgpepeHmMHa mMpexa 340 pedKu Heeposo2uyHu 3ab6onaeaHus e
pa3spabomuna JuazHocmu4Ha cxema 3a xopes 8 0emcKad 8b3pacm, 3a 0d NoMozHe npu
nocmaseaHemo Ha duaz2Ho3ama. PegpepeHmHama mpexca npenopvyea u3nosa3eaHemo
Ha ma3u fJua2zHocMu4Ha cxema.

N3KNTHOYBAHE HA OTTOBOPHOCT:

MpW KAMHUYHUTE HAaCOKW, NPENOPbKUTE 3a IEKAPCKM NPAKTUKM, CUCTEMHUTE 0630PHM PaboTun 1 gpyrute
HACOKM, KOUTO ce Nyb6/IMKyBaT, NOAKPENAT UM YMATO CTOMHOCT ce noTebpKaaBa oT ERN-RND, ce Kacae 3a
OLleHKA Ha aKTya/Ha Hay4yHa W KAMHWUYHA MHPOpPMaLMA, KOATO Ce NpenoCcTaBA KaTo NpeasioXKeHue 3a
obyueHue.

NHPopmaumaTa (1) He obxBalLa MmoxKe 6M BCUUYKM NOAXOLAM NEYEHUA U METOAM 33 0O6rpUKBaHE U He
TpAbBa Aa ce CMATA 33 KOHCTATaLUMA Ha CTaHAApPTa 32 0brpukBaHe; (2) He ce akTyann3Mpa HeNnpPeKbCcHaTo
M e Bb3MOXHO [la He 0TPa3fABa Hal-HOBUTE MO3HAHMA (OT U3FOTBAHETO Ha Ta3n MHPOPMALMA U HEMHOTO
nybavKyBaHe pecn. MPOYUTAHE MOXKe [a Cce e MoABMAa HoBa MHbopmauma); (3) ce oTHaca camo 3a
cneumduyHO nocoyeHuTe BbNpOCK; (4) He NpeacTaBnABa NpeAnncaHUe 3a onpeaeneHo MeANUMHCKO
obcnykBaHe; (5) He 3amecTBa HE3aBUCMMOTO NPOPECUOHANHO pPeLEHME Ha NEKYBALLMA IeKap, Tbil KaTo
He B3ema Noj, BHUMaHME UHAMBUAYANHUTE PA3IMUUA MEXALY OTAENHUTE NauneHTU. BbB BCeKM caydvai
NeKyBaWMAT nekap Tpabea ga npoueanpa MHAMBUAYANHO CbC CbOTBETHMA NauMeHT. M3non3saHeTo Ha
nHoopmaumata e pobposonHo. WMHPopmaumsata ce npepoctaBa oT ERN-RND Bb3 ocHOBa Ha
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aencremutenHoTo cbectoAHMe n ERN-RND He gaBa M3puyHa MAM MbAYaanBa rapaHUMA No OoTHOLWEHWe Ha
Tasn uHoopmauma. ERN-RND mM3pMYHO OTXBbPAA [aBaHETO Ha BCAKAKBA rapaHuUMsa 3a FOAHOCT 33
NPWIOKEHME U TOAHOCT 3a onpeaeneHa ynotpeba nnm onpeaeneHa uen. ERN-RND He noema oTroBopHOCT
3a Te/IeCHM NoBpean UAU MAaTEPUANHU LETU, KOUTO NPOM3TUYAT OT M3NON3BAHETO Ha Tasn MHPopmauma
WA Ca BbB BPB3KA C HeA, KAKTO U 3a FPeLLKM MAKU NPONYCKM.

Pa3spaboTBaHeTo Ha [MarHOCTMYHATA CXxema e M3BbplleHo oT pynaTa no 3abonasaHuATa 3a HD un
xopeAa Ha ERN-RND.

[pyna Ha 3abonasaHmaTa 3a HD n xopes:

KoopauHaTtopu Ha rpynuTe no 6onectu:
Anne-Catherine Bachoud-Lévi?, Juan Dario Ortigoza Escobar?, Bernhard Landwehrmeier?

YneHoBe Ha rpynaTta no 6onecru:

CneumnanmcTi no 34paBHU FPUKM:

Alberto Albanese?, Enrico Bertini®, Sylvia Boesch®, Daniel Boesch®, Fran Borovecki’, Adrian Danek®,
Tom de Koning®, Antonio Federico®®, Cinzia Gellera'?, Klara Hruba'?, Mikko Karppa®3, Jiri Klempir'?,
Thomas Klopstock?, Pierre Kolber®, Norbert Kovacs'®, Berry Kremer?, Krista Ladzdovska'’, Caterina
Mariottill, Maria Victoria Gonzalez Martinez?, Renaud Massart?!, Bela Melegh®, Anne Torvin Mgller?8,
Maria Judit Molnar®®, Alexander Miinchau?®, Esteban Mufioz?, Lorenzo Nanettil, Belén Pérez
Duefias?!, Borut Peterlin?2, Daniela Rae?3, Evien Ruzicka'*, Klaus Seppi®, Susanne Schneider?, Ludger
Schéls?4, Sarah Tabrizi?3, Sinem Tunc?®, Algirdas Uktus?>, Katia Youssov!, Giovanna Zorzi'®

NpeAcTaBUTENN HA NaLMEHTUTE:
Astri Arnesen?®, Hatanua lpuroposa?’

1Assistance Publique-Hopitaux de Paris, Hopital Henri-Mondor, ®paHums: PedpepeHTeH LeHTbp 3a 601ecTTa Ha XbHTUHITBLH; 2Hospital
Clinic i Provincial de Barcelona y Hospital de Sant Joan de Déu, Ucnanusa; 3Universitatsklinikum Ulm, Fepmanua; 4IRCCS Clinical Institute
Humanitas - Rozzano, WUtanua; Pediatric hospital Bambino Gesu, Pum, Utanus; éCenter for Rare Movement Disorders / Dpt. of
Neurology, Medical University Innsbruck, Austrias; “University Hospital Center Zagreb, University Department of Neurology, Slovenia;
8Klinikum der Universitdt Miinchen, Germany; °University Medical Center Groningen, Netherlands; 1°A0U Siena, Italy; '®oHgaums
IRCCS HeeponoruyeH MHCTMTYT Kapno becta - MwunaHo, WUtanusa; 2YHusepcutetcka 6osHuua Moton, Yexus; 13YHusepcuTeTcka
6onHuua Oyny (OUH), ®uHnangms; #06wa yHuBepcuTeTcka 6onHuua B Mpara, Yexua; 1°Centre Hospitalier du Luxembourg,
Jiokcembypr; 16YHmsepcutet Meu, YHrapus; 7Pauls Stradins Clinical University Hospital, Pura, Nlateus; 8Aarhus Universitetshospital,
Opxyc, OaHus; °Semmelweis University, Byganewa, YHrapus; 20Universitatsklinikum Schleswig-Holstein, F'epmanus; 2'Hospital
Universitari Vall d'Hebron, WUcnanusa; 22University Medical Centre Ljubljana, Cnosenus; 2University College London Hospitals NHS
Foundation Trust, O6eanHeHoTO KpancTteo; 2*Universitatsklinikum Tibingen, Fepmanus; 2Vilnius University Hospital Santariskiy
Klinikos, lntea; 2°European Huntington Association, Segne, Hopserua; 2/Bulgarian Huntington Association, Copua, Bbarapusa

[Mpouec Ha pa3paboTBaHe Ha HB/IOK-CXEMM:
e Pa3paboTtBaHe Ha TexHOo/AOrMYyHata cxema OT napTtHbopa Ha ERN-RND Hospital Clinic i
Provincial de Barcelona y Hospital de Sant Joan de Déu, Ncnanua
e (Cobrnacue 3a gMarHOCTMYHa cCXxema MO Bpeme Ha roguwHaTta cpewa Ha ERN-RND 2019 -
18/06/2019
e AKTyanusupaHa Bepcusa, npegoctaseHa ot Hospital Clinic i Provincial de Barcelona y Hospital
de Sant Joan de Déu, Ucnanua npes anpun 2021 r.

ANATHOCTUYHA CXEMA
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KnuHunyHa guarHosa
"Xopes B geTcka Bb3pacTt”

Heob6uyaitHa aHamHe3a, hmsnkanHo uscneaBane’ ,
npoy4saHusi B nabopaTtopuu? u/unu

MRI 3
Hauano < 5 roguum / Hauano > 5 rogunm /
KoBapHo Havyano OcTpo Havano
MpeanonaraeMo 3a reHeTU4Ha xopes 4 He Mpeanonaraem 3a npuao6uta xopes °
LieneHaco4eHO cekBeHUpaHe Ha na

HaW-4eCTO CpelyaHuTe reHn *

FeHeTU4Ha xopes Oa

FeHeTYHO M3cnenBaHe Ha e
peneuuu/aynnukauum ** NaHenwm 3a
paslimpsiBaHe Ha o6LM NOBTOPEHUS

He

HeknacudmumpaHa xopes

* LleneHaco4eHo cekBeHMpaHe Ha eQuH reH, LeneHaco4eHo cekBeHpaHe Ha Hakonko reHa (TruSightOne (aHanuaupa 63/77 reHa, cBbp3aHu ¢ xopeorpadus) unm Expanded
TruSightOne (aHanuaupa 72/77 reHa, cBbpaaHu ¢ xopeorpadus)), WES, WGS
** konunyectBeH PCR, PCR ¢ gbnbr o6xBaTt, MynTunrekcHa amnnudumkaums ¢ nuraumoHHo 3asucumm coHamn (MLPA), ArrayCGH vnm MykpounnoBe, Haco4eHU KbM reHu

SABENEXKA: To3u anroputbm e npefHasHaveH Aa CryXu KaTo pPbKOBOACTBO 3a AMarHoOCTULMpaHe Ha xopes B AeTcka Bb3pacT. CbLUecTBYBaT NMPUYMHU 3@ FeHeTU4Ha XOopesi, YnUTo
CMMNTOMM 3anoyBaT cref 5-roauviiHa Bb3pacT (XOopeoakaHToOUMTO3a U Ap.), U NpUYMHM 3a npuaobuTa Xopes, YMMTO CUMMTOMM 3anoyBaTt npeau 5-roauiiHa Bb3pacT (OUCKUHETMYHA
LuepebpanHa napanuaa, KepHUKTEp 1 Ap.). B Tean cnyyam opyrm KNMHUYHW 4aHHW UM HEBPOM306paXKeHns MoraTt Aa NOMorHaT 3a onpeaensiHe Ha BEepOSTHUSA NPOU3XOA Ha XopesTa.
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Mpupoobuta xopes °

CTPYKTYpHM ne3uu Ha 6a3anHus
raHrnun

ATeTOoTMYHa LepebpanHa napanusa CuHApOM Ha Linctnuepkosa OcTpa MHTEpPMUTEHTHA
Bunupy6uHoBa eHuedanonaTus aHTUdocconMnuaHuTe aHTUTENa OndpTepus nopcvpusi

(KepHUKTEP) Chorea gravidum EBV/CMV uHdbekuus YepHoppobHa/6bbpeyHa
EkcTpanoHTMHHA MyuenuHo3a Bonect Ha HeBpobexyeT HSV eHuedanut HeAoCTaTbYyHOCT
MacoBwu nesun (Tymopm) NMDAr eHuedanut XWB eHuedanonatus Xunokanuuemus
MHoxecTBeHa cknepo3a/ADEM [MapaHeonnactTuyHa xopes Legionella Xuno/xuneprivkemmsi
Mandopmaums Ha KOpPTMKaNHOTO MoCcTUHMEKLMO3HO nnmn Jlanmcka 6onect (dnabeTHo-cBBP3aHa xopest)
pasBuTue NOCTBAKCUMHAMHO Mycoplasma Xuno/xunepHaTpnemus
(Hanp. xononpo3seHuedanus v ap.) Xopes Ha CnpeHxam HeBpocudunuc XunonapaTupeonamsbm
Cnepa cbpaeyHa onepauusi CucTtemeH nynyc epurteMaTtosyc MapBsoBupyc B19 XunepTupeomansbm
CbaoBa xopes (6onect Ha Mona Backynut Ha LIHC CkapnatuHa OtpaBsHe (bucmyr,
Mowa)/wHcynT Tokconna3amosa BbrMepoaeH

* labopaTopHU U3cnepBaHuA:

MapanHheKuMo3HN U aBTOMMYHHU

OcCTbp HEKpoTM3NpaLL eHuedanuT

WUHbekumo3Ha xopes

EaKTepmaneH eHgoKapauT

BupyceH eHuedanut
(napotut, mop6unu,
Bapuuena)

MeTabonutHu unu
TOKCUYHM

MOHOOKCHA, MaHraH,
MeTaHon, XuBak,
opraHodpocart, Tanun,
TOnyon)

LOecdununt Ha BuTamMuH B12

* KpbBHa kapTuHa, ESR, CRP, rnioko3a, KpbBHM ra3oBe, enekTponutu, kanuuin, docdar, PTH, TSH, FT4, T3, ALP, B12, ASLO, ANA, Anti-
dsDNA, aHTudochonunmugHun aitutena, hCG tect 3a 6pemeHHOCT

* LP: pymwHHM wn3cnegBaHua (npoTewH, rnioko3a, Opowi  kneTkw/gndepeHuman, ougeTsBaHe GRAM,
aHTuHeBpoHanHu aHtutena (antiNMDAr, MOG, Anti-neurochondrin, LGI1, GABAB, aBToaHTuTena u ap.).

* O6mucnete 1) uHdEKUMO3HO n3cnenBaHe, 2) u3cnefgsaHe Ha NpoTpomboTnyHUTE puckoBu dhakTopu (daktop V Ha JlenabH, npotenH C,
npoTeuH S, nunonpoTeuH(a), aHTUTpoM6uH |, MyTaumsa Ha NPOTPOMBMHOBKS reH, MyTaums Ha reHa xomounctemH/MTHFR u 3) nscneasaHe 3a
TEXKM METanm v nekapcTea B 3aBUCUMOCT OT KITMHUYHUS CLIEHapUA.

** EKI
*** IMP Ha mo3bKa cly n 6e3 rang

**** KapanonornyHa oueHKa npy CbMHeHue 3a xopest Ha CugeHxam

kyntypa), 19G wHpekc, OCB,

MHayumpaHa oT nekapcTea xopest

CpepcTBa 3a 6nokupaHe Ha
AONaMUHOBUSA peLenTop

dPeHoTnasnHu

ByTnpodeHoHn

BeHnzamnan

AHTUNApPKMHCOHOBM NeKapcTBa

L-dopa

[onamMm1MHOB aroHUCT

AHTUXOSIMHEPTNYHM CpeacTBa

AHTMENUNENTUYHU NeKapcTBa

deHnTonH

Kap6amasenuH

Bannpoesa kucenvHa

deHobapbuTan

McuxoctumynaHTh

AmdeTammHm

KokaunH

KanuueBo-kaHanHu 6nokepu

Cinnarizine

Flunarizine

Bepanamun

AOpyru

A3UTPOMULINH

BaknodeH

LinknocnopwH

[urokcuH

Jlutnin

SSRIs

CTepoungHu/opanHu KOHTpaLenT1em

TeodunuH

TPULMKITMYHN aHTUAENpPecaHTu
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ABTO30MHO AOMUHAHTHO

AnTepHaTVBHa XeMUNnerysl B AeTcka Bb3pacrT -
ATP1A3, ATP1A2

Kanundukaumsa Ha 6asanHuTe raHrmum,
nanonatunyHa - XPR1, PDGFB

PDGFRB n SLC20A2

Xopes, gobpokayecTBeHa HacneacTeeHa - NKX2-1
3wvbonekapcka atpodus - ATNT

[uckuHesns, hamurHa, ¢ nuueBa MUOKUMUS -
ADCY5

[OuctoHus, pearnpaiya Ha DOPA, cbe unm 6e3
xunepdeHunanaHnHemus - GCH1

EnusoanyHa knHeanreHHa aucknHesus 1 - PRRT2,
SCNB8A

EnunentuyHa eHuedanonatna B paHHa aetcka
Bb3pacT - SCN2A,

KCNQ2,

Bonect Ha XbHTUHITBH - HTT
HeBpopereHepauus ¢ HaTpyrnBaHe Ha »ensi3o B
Mo3bka - FTL,

ATpochus Ha 3puTENHUS HEPB 3 C KaTapakTa -
OPA3

MapokcramanHa HekMHesureHHa auckuHesus 1 -
PNKD

CwuHppom Ha PeT, BpoaeH BapuaHT - FOXG1
Mpunagbuy, [OGPOKAYECTBEHN HEOHATASTHM -
KCNQ2, KCNQ3

CnuHouepebenapHa atakeust 1 - ATXNT
CnuHouepebenapHa atakeust 7 - ATXN7
CnuHouepebenapHa atakcust 17 — TBP

FeHeTn4yHa xopesn 4

ABTO30MHO-peLieCUBEH

Hedvunt Ha 2,4-gueHonn-KoA peayktasa - NADK2
3-meTunrnytakoHoBa aumgypus, Tun Il - OPA3

Aceruloplasminemina - CP

OedvunT Ha gekapbokcunasa Ha apoMaTtHu L-amyuHokucenuum - DDC
ATakcusa-TenaHruektasus - ATM

Mopo6HO Ha aTakcus-TeNaHrMekTasms pasctponcteo - MRE11
ArTakcusi, paHHa, C OKyrioMOTOPHa anpakcus n xunoandbymmHemus - APTX
XopeoakaHToumnTo3a - VPS13A

Kom6uHupaH geduumt Ha okucnuTenHo gpoccopunmpane 13 - PNPT1
BpopeHa katapakta, gucmopdursbM Ha nuueTo n Heeponatus - CTDP1
[unckMHe3us, kpaiHUUM 1 opodhalmanHa ANCKMHe3Ns!, ¢ AeTcka Bb3pacT -
PDE10A n PDE2A

[OucToHus, pearnpalua Ha DOPA, cbc unu 6e3
xunepdenHunananmHemus - GCH1, SPR

EnunentuyHa eHuedanonatus, paHHa 29 - AARS

EnunenTtuyHa eHuedanonatus, paHHa 17 - GNAO1

nytaposa aumgypus, vn | - GCDH

XunepdeHnnanannHemus, ¢ gecpuumt Ha BH4 - QDPR n PTS
JleBkoanCTpPOGUSA, XNommnenuHmanpailia u CnactuyHa napannerus - GJB2,
HSPD1

MeTaxpomatuyHa neskoanctpogus - ARSA

MeTtunmanoHoBa aunaypus, Tun mut(0) - MUT

M34yepnBaHe Ha mutoxoHapuanHata OHK - FBXL4 n POLG

CUMHOPOM Ha MHOXECTBEHWUTE BPOAEHW aHOManum - XUNoToHUs 1 npunagbum 1
- PIGN

MyckynHa guctpodus Ha kpaHuumTe, Tun 2S - TRAPPC11

MwvonaTusi ¢ ekcTpanupamuaHu npuaHaum - MICU1

Bonect Ha Hacy-Xakona - TREM2, TYROBP

HeBpogereHepauums ¢ HaTpynBaHe Ha Xens3o B Mo3bka - PANK2
[MapKMHCOHN3BM 1 ANCTOHWSA, AeTcka - SLC6A3

MoHTouepebenapHa xvnonnasusi - TSEN2, TSEN34 n CHMP1A
[eduvunt Ha nupyBaTAexuaporeHasa E2 - DLAT

CvHOpOM Ha perpecusi B pa3BUTUETO Ha conTa u nunepa - ST3GALS
CwuHgpom Ha CHepoH - CERC1

CnuHouepebenapHa aTtakcusi, aBTo30MHO-peLiecnBHa 1 - SETX
CTtpuartoHnyHa gereHepauusi, aetcka - NUP62

Hedumunt Ha cyndutokenaasa - SOUX

CwuHppom Ha Yyaxayc-Cakatu - DCAF17

Kcepoagepma nurmeHTo3ym - XPA, ERRC2 n ERCC6

Bonect Ha YuncvH - ATP7B

PLA2G6

CBbp3aH ¢ X

[ednumt Ha kpeaTnH B Mo3bka - SLC6AS8
EnvnentuyHa eHuedanonatna B paHHa getcka
Bb3pacT, 1 - ARX

[NCTOHNS-NApKNHCOHN3BbM, CBbp3aH ¢ X - TAF1
HSD10 mutoxoHapuanHo 3abonsBaHe -
HSD17B10

CwvHpgpom Ha Jlew-HuxaH - HPRT1

CuHpgpom Ha McLeod - XK

Bonect Ha MeHkec - ATP7A

MeTunmanoHoBa auMaeMus 1 XOMOLMCTEMHEMUS,
Tun cblX - HCFC1

Bonect Ha Pelizaeus-Merzbacher n

cnactuyHa napannerus 2 - PLP1

HedvunT Ha nupyBaTaexuaporeHasa E1-alpha -
PDHA1

CuHppom Ha Pet - MECP2

* HTT - KoHceHCyCbT rmacu, 4e acMMnToMaTuyHUTE nuua Ha Bb3pacT nod 18 roavHu, KoMTo ca U3NOXEHN Ha pUCK OT 3abonsiBaHWs Npu Bb3pacTHU, He TpsibBa Aa ce nacneagart. Jluuata nog 18-
rogMliHa Bb3pacT, KOUTO ca CUMNTOMATUYHU, OBGMKHOBEHO MMAT MoM3a OT YCTaHOBSABAHETO Ha KOHKpeTHa AnarHosa/ ** MeHuTe B ceHYecT WpndT ca npuunHeHn ot Repeat Expansion
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Borcelona - Hospital FeHeTn4YHa xopesn 4

1 AHamHe3a u pusnKaneH npernep,

HeBponorw-n-m cuMnToMu

o Artakcus: APTX, ARSA, ATM, ATN1, ATP1A3, ATXN1, ATXN7, FBXL4, GCH1, HTT, MECP2, MICU1, MRE11, PLA2G6, POLG, OPA3, PLP1, SETX, TBP, VPS13A

» [loBegeH4yecka aHoManus/pa3cTpocTBO OT ayTUCTUYHUSA cnekTbp: ADA2, ADCY5, ARSA, ATN1, ATP1A3, ATP7A, ATP7B, CERC1, CP, DECAF17, DDC, DELAT, ERC2, ERCES,
FOXG1, FTL, GCDH,

GCH1, HSD17B10, HTT, KCNQ2, KCNQ3, MECP2, NKX2-1, PANK2, PDGFB, PDGFRB, PDE10A, PLA2G6, POLG, PRRT2, PTS, QDPR, SCN2A, SCNS8A, TBP, TREM2,

TYROBP, VPS13A, XPA, XPR1

» Perpecus B passutneto: ADA2, ARX, ATP7A, ERCC2, FOXG1, FTL, GCDH, HTT, MECP2, NUP62, POLG, PLA2G6, SCN2A, SCN8A, ST3GALS5, TREM2, VPS13A, XPA

* HamaneHu unu nuncealwm gbn6oKN CyxXoXunHu pedrekcu Ha pastsaraHe: AARS, ARSA, ATP7A, ERRC2, ERCC6, PIGN, SETX, VPS13A, XPA, XK

*  [uctoHust - napkuHcoHuabmM: AARS, ADCY5, APTX, ARSA, ATM, ATP1A2, ATP1A3, ATP7B, CP, DCAF17, DDC, DLAT, FBXL4, FOXG1, FTL, GCDH, GCH1, GNAO1, GCDH,
HCFC1,

HPRT1, KCNQ2, MECP2, MICU1, MUT, NDK2, NKX2-1, NUP62, PDGFB, PDGFRB, PDHA1, PLA2G6, PLP1, PRRT2, PTS, SETX, SLC6A3, SPR, SUOX, TAF1 (®ununu+u), TBP,

TSEN2, TSEN34, VPS13A

*  XunotoHusi: ADCY5, ARSA, ARX, ATP7A, DDC, FBXL4, FOXG1, HCFC1, HPRT1, HSD17B10, HSPD1, MECP2, NADK2, PDE10A, PLP1, PIGN, SLC6A3, SLC6A8, SCN2A, SCNB8A,

SPR, SUOX

* [Jetcku cnasmu: ARX, KCNQ2, SCN2A, SCNSA

*  WHTenekTyanHo yBpexaaHe: ARSA, ARX, ATN1, ATXN7, ATP1A2, ATP1A3, ATP7A, ATP7B, DCAF17, DLAT, ERRC2, ERCC6, FOXG1, FTL, GNAO1, HCFC1, HPRT1, HSD17B10,
HSPD1,

KCNQ2, KCNQ3, MECP2, MICU1, MUT, NXK2-1, NUP62, OPA3, PDE10A, PDHA1, PIGN, PLA2G6, PLP1, PRRT2, SCN8A, SPR, TBP, TRAPPC11, SCN8A, SLC6A8, SOUX, XPA

*  Mukpouedanusi: AARS, ARX, ATP7A, ERRC2, ERCC6, FBXLA, FOXG1, HCFC1, MECP2, MICU1, MRE11, NADK2, PDGFB, PDGFRB, PDHA1, PLP1, POLG, SCNSA,

SOUX, ST3GALS5, XPA, XPR1

*  MuwuoxknoHyc: ARX, ATN1, ATM, KCNQ2, KCNQ3, POLG, PRRT2, TAF1 (®ununu+u), TYROBP,

« Mwonatus: POLG, VPS13A, XK

» [lapokcuamanHa xopes: ADCY5, ATP1A3, ATP1A2, PKND, PRRT2, SCN8A

» [epudepHa HeBponatus: ADA2, AARS, APTX, ARSA, ATM, ATP7A, ATP7B, ATXN1, ERRC2, ERCC6, GJB2, KCNQ2, KCNQ3, MICU1, OPA3, PLP1, POLG, PRRT2,

SCL2A1, SCN2A, SCN8A, SETX, XPA, XK, VPS13A

* Tupamuganhu npusHaum: ARSA, ATN1, ATP1A3, ATXN1, ATXN7, DDC, FTL, GCDH, GCH1, GJB2, HPRT1, HSPD1, HSD17B10, TBP, MECP2, NDK2, OPA3, PANK2, PDGFB,
PDGFRB,

PLA2G6, PLP1, SCL6AS8, SPR, SETX, ST3GALS5, TAF1

» Tlpunagbum: ADA2, ARSA, ARX, ATM, ATN1, ATP1A3, ATP7A, CERC1, ERRC2, ERCC6, FBXL4, FOXG1, GJB2, GNAO1, HCFC1, HSD17B10, HSPD1, HTT, KCNQ2, KCNQ3,

MECP2, MUT, NDK2, PDGFB, PDGFRB, PIGN, PLA2G6, POLG, PRRT2, SCN2A, SCN8A, SLC2A1, SLC6A8, ST3GALS5, SOUX, TBP, TYROBP, VPS13A, XPA, XPR1, XK

» CamoHapaHsiBaHe: HPRT1, SLC6A8, VPS13A

» TpenepeHe: ADA2, ADCY5, APTX, ATM, ATP7B, ATXN7, CP, ERRC6, FTL, GCH1, GJB2, MECP2, MICU1, OPA3, PDE10A, PDGFB, PDGFRB, PIGN, PLA2G6, PLP1, POLG,

SCN2A, SETX, SLC20A2, SPR, SLC6A3, TAF1 (®ununuHu), TRAPCC11, VPS13C

KoxHu nposiBu

* Anoneuusi: DCAF17

*  KoxHu aHomanuu: ADA2, ATP7A, ARX, ATM, CERC1, ERRC2, ERRC6, GJB2, KCNQ2, MECP2, MRE11, PANK2, PDGFB, PDGFRB, SCN2A, SETX, SLC2A1, ST3GAL5, SUOX,
TRAPPC11, XPA, XPR1

*  YyBCTBUTEMHOCT KbM CibHUETO: ERRC2, ERCC6, SCN2A, XPA
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AHOManum Ha 6a3anH1Te raHrnuu

OtnaraHe Ha xensa3o: CP, DCAF17,
FTL, PANK2, PL2G6

ATtpodms Ha kayaata: HPRT1, HTT,
TREM2, TYROBP, VPS13A, XK

XunonnactuyeH globus pallidus
NKX2-1

XunepuHteHsmBHocT: ATP7B, DLAT,
FBXL4, FTL, GCDH, KCNQ?2,
MICU1, MUT, NADK2, NDK2,
NUPG62, PDE10A, PDHA1, PNPT1,
POLG, SCN2A, SCN8A, XK

KanuupaHe

ATP7A, ERRC2, ERCC6, PDGFB,
PDGFRB, PTS, QDPR, SLC20A2,
SOUX, XPA, XPR1

Sant Joan de Deu
Barcelona - Hospital

FeHeTu4Ha xopes *

3 MRI

AHOManum Ha 68n0TO BellecTBO

XunomuenuHusauus/gedektHa muenuHusaums - AARS, ARX, ATP7A,
CTDP1, DDC, FBXL4, FOXG1, GNAO1, HCFC1, SCN2A, PLP1, PNPT1, PTS

JleskoeHuegpanonamus / HecneundunyHa nepuBeHTpUKynapHa rnnosa -
ARSA, ATM, CTDP1, DCAF17, DDC, FBXL4, GJB2, HSPD1, NADK2, POLG,
PTS, QDPR, SCN2A, SLC6A8, ST3GALS5, TREM2, TYROBP

MR cnekTpockonus

NakrateH nuk - DLAT, FBXL4, HSD17B10, PNPT1, PDHA1, POLG
[edununt Ha kpeaTuH B Mo3bka - SLC6A8

ABHopmHM HuBa Ha N-auetun acnaptat (NAA) B 6anoTo BeluecTso - PLP1,
MECP2, HSPD1

[MoBWLLEHN CTOMHOCTM Ha UUTpaT, IMULUKH 1 kpeaTnH AARS

HopmaneHn
ADCY5, ATP1A3, ATP1A2, KCNQ3, DDC, GCH1, PDE2A, PKND, SLC6A3,
SPR, TAF1, TRAPPC11

Opyru
ApaxHougHu kuctn: FBXL4

ATtpocus Ha mo3bka: AARS, ARX, ATRX, ATXN7, ATN1,
CTDP1, DDC, ERRC2, ERRC6, FBXL4, FOXG1, GJB2,
GNAO1, HPRT1, HSD17B10, HTT, KCNQ2, MECP2,
NADK2, PDHA1, PIGN, POLG, SCN8A, ST3GALS, TBP,
TYROBP, VPS13A, XPA

LlepebenapHa atpodmsa: APTX, ATM, ATXN1, ATXN?,
CTDP1, ERRCC6, HTT, MECP2, MRE11, OPA3, PIGN,
PLA2G6, POLG, SCN2A, SCN8A, SETX, TBP, VPS13A

Mopo6GHa Ha XMNOKCUYHO-UCXeMMYHA eHLedanonaTus,
BKITHOYMTENHO KMCTO3Ha neBkomanaumsi: SOUX

Ucxemnynn nesumn: CERC1, FBXL4
Mandopmaumsa Ha kopTuKanHoTo pa3sutue: ARX

MoHTouepebenapHa atpodust - ATXNT, ATN1, CHMP1A,
HSPD1, SETX, TSEN2, TSEN34

Kuctu Ha Sella turca NKX2-1

ATpocus Ha rpbOHaYHUSE Mo3bk - CTDP1

TBHBK KOpnyc kanco3ym - ARX, AARS, CTDP1, FBXL4,
FOXG1, GJB2, GNAO1, KCNQ2, MECP2, SCN8A,
TYROBP

CbaoBa nssutocT - ATP7A

BeHTpukynapHo paswupenue - AARS, ARX, ATP7A,
ERRC2, ERCC6, FOXG1, HTT, MECP2, NADK2, PDGFB,

PDGFRB, PDHA1, PIGN, TSEN2, TYROBP, SLC6AS,
SLC20A2, VPS13A, XPA, XPR1, XK



LLle B 6baem 6GnarogapHU 3a BCAKAKBN KOMEHTAPW UM KOPEKLUM Ha
TO3M aNfOPUTDBM.
Mons, cebpeTe ce c: jortigoza@sjdhospitalbarcelona.org
[-p Xyan Aapuno OpTturosa-Eckobap - OtaeneHue 3a gBUraTenHu
HapyweHua, bonHuua Sant Joan de Déu, bapcenoHa, UcnaHus
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