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NOZHMATQN (ERN-NMD)

Mvomndfeteg

[Ipoxertar vy mabnoelc mov mpoosPdriiovv 10 oKeAeTikO pv. Mmopel vo givon
KANpovokéc M emiktnteg Ko yopoaktnpilovion gite amd POVIUN GLUTTOUATOAOYIO
(Lwikn advvapio, PrepoapdmTmon, duthomnia), €ite and TOPOSIKY) CUUTTOUATOAOYIN
(evKoAN KOO, dvcavesia GtV KOTMOT, ENEGOd0 TAPAAVONG, KPAUTES, EMEIGOHOIN
pafdopvorvong), eite amd emipovn avénon Tov emmeédmv g kpeativng kvaong (CPK)
otov 0pd. Mmopel va ekdniwBovv ce omoladnmote NAkia, 1 eEEMEN TOVG TOKIAAEL,
EVD oLYVA TPocPailovtol Kot dAA0 cvoTHpaTo (KOPOLOYYEWNKO, OVOTVELCTIKO,
eYKEPAAOC) YEYOVOS OV KAOIOTA avaykoio TNV TOAVEMIGTILOVIKY] TPOCEYYIoT TOL

ac0evovs, 1 omoio 0PYAVAOVETOL OO EEEIOIKEVUEVO VELPOLOYO-LVOAOYO.
Notaio Muikg Atpooeia

Hvotwiapviknatpopio (NMA )elvaianTocopKGUTOAETOEV vOGOG OV
YOPAKTNPILETON OO TPOOSEVTIKT HUVIKT AOVVOLIC AOY® EKPVALIOTG TOV VELPOV®OV TOV
VOTI{OV HVEAOD Kol OTOTEAEL TO GUYVOTEPO OHTIO VEOYVIKNG BvnodtnToc.

Avaroya pe v nhkio évopéng kot coBapdtnTe TOV CUUTTOUATOV KOTNYOPLOTOlEITOL

oe 5 vrotomovg: tomog 0 (veoyvikn €vapén, to veoyvo dev kdbeton moTé, emiPicmon



<6unvec), tomog I (vocog tov Werding-Hofmann, nAikia évapéng 1-6 unvov, 1o veoyvo
dev kabetan moté, emPiowon <2 etdv), tomog II (nAwkia Evapéng 7-18 unvov, 1o Toudi
K@Oetar oAb Oev mepmatd, emPiowon petd ta 2 €1n, AVOTVELGTIKN TPOGROAN,
oKoMmon, ocvykdpyelg apbpmncewv), tomog I (vécog twv Kugelberg-Welander,
nAia évapéng petd toug 18 punveg {ong, 1o modl Kataktd To opdconuo g Pasiong,
emPioon éog v evihikn Lon, avamvevotiky TPOSPoAn, CKOAIWGON, CLYKAUWELS
apBpmdcewv, cuyvl andAeln wovotnToag Padiong), tomog IV (nlkia évapéng 10-30
eT®V, 0 mhoywv Padilet, n emPiwon dev ennpedletar).

Tov 12°/2016 m evdoppaywaion €yyvon Tov @dAppokov Nusinersen €ywve M TPOT

eyKeKpéEVN Bepameia yroo OAEC TIC LOPPES TG VOCOV.

XTAVIEC KANPOVOLUKEG LVTKES TaONOELS

Q¢ onavia tanon opileton KaOe maONon mwov TpocPdiiel Aydtepovg amd 1 og 2000
avBpodmovg. Ot KANPOVOUIKEG HVTKEG TOONCELS OVIKOVV OTIS OTAVIEG TOONGELS.
Kinpovopotvror gite avtocopikd entkpotntikd (.Y, TpOSmTO-dUOo-Bpoyidviog Huiky
dvoTpoPia, HLOTOVIKY dSvoTpodios TOmov 1 Ko 2), €ite pHE TOV OLTOCHOUIKA
VIOAEIMOUEVO TPOTO KANpovokotntag (m.y. (oviaieg poikég dvoTpopiec TOTTOL 2,
vécog tov Pompe), gite pe @ulooHvoetn kinpovoutkdmra (m.y. Hoiky dvotpopic

Duchenne, poikr dvotpopio Becker).
Enikinrec (pAeypovadelg) poomdeieg

O emikmteg (QAeypovddelg) pvomdbeteg eivol omivieg aLTOAvVOGES VOGOl  TOV
OKEAETIKOD HLOC mov  yapokmnpilovtor omd TPOOdELTIK HLIKN  advvapia.
Koatnyopromotobvtor avdroya pe v KAVIKNY €1KOVO, TO 0VOGOAOYIKE EVPTLOTOL KOIL TOL
gupnuaTa TG MLikNg Proyiog o€ 5 kOPOLE TOTOVG: TN OEPUATOUVOGITION, TNV
TOAVHVOGITION, TN HVOGITION AAANAETIKAALYNG, TN LLOGCITION LE £YKAEIOTO COUATIOL
KOLL T VEKPOTIKNOVTOAVOOT) LLOTAOEI0. AVALOYQ e T LOPON UITOPEL VAL GUVVTTAPYOVY
apOpitda, depLATIKEG EKONAMOELS, TPOGPOAN TG KOPILAG 1] TOV TVELUOVAOV 1] KoL VO
vrokpovmteTol kokondewa. Ot voool amavtodv cvyvd oty oavocobepameio, pe v

e€aipeon TG LVOGITIONG [LE EYKAEIOTO COATLO, T) OTTOL0L VOl OVOEKTIKY TNV OywyT).

Mvotovikn dvetpopia



Ot potovikég duoTpoPieg lval OmAVIEG, AVTOCOUIKG ETIKPATNTIKA KANPOVOUIKES,
voootl. Xapaktnpilovtal omd puikn advvoapio Kot amd SueKoAio YaAdpmonS ToL HLOG
petd omd exovola cvomacn (pvotovia). XTn vOco TPOoPAALOVTOIKOLOIAAAOPYOVAL,
OMOCNKOPOLE, TOOVOTVEVCTIKOGUGTNLO, TOVEVLPIKO GCUGTNUO, TO YOOTPEVIEPIKO
OUOTNUOLTO EVOOKPIVOLOYIKO cVuoTNUA: €ivol oNAadY], VOGOl TOAVGLGTNUATIKEG, Yol
TNV OVTILETMOTION TOV OTOI®MV Omapaitn TN £IVOL pict TOAVETIGTILOVIKT] TPOGEYYIGT TOL
opYAVAOVETOL Ao eEEOIKEVUEVO VEVPOAGYO-LVOAGYO. YTThpyovv 2 THTOL LVOTOVIKMV
duatpoPldv: o tHmog 1 (vésog tov Steinert) Tov eKONADVETOL G€ 0TOLONTOTE NAKiQ

Kol 0 TOTOG 2 (£yy0¢ LvoToVIKY| puomtadeia), 1 omoia ivail vOGOg TG, OYIUNG, EVIAIKNG

Cong.

Mvoividlok®v pooroadeidy

Oywoividrokéguvonddeieg glvai OTAVIES vOooL, OV
YooK TNPILovVTOaTOATOO10pYAVEOGOT, AOY® TOOOAOYIKNG GLOGMPEVONG
TPOTEVAOV, TOLIKTHOVTOVIVIOI®V (Lvotvioua)

TOVPVGLOAOYIKAETITPEMEIGTOUVIKAKVTTAPOVOGVGTMVTOL.
ExonAovovropepoikiodvvopio,
oLVNOOCOTATEPIPEPTKATUN LOTATOVAKPOVKOIGEKATOIEG LOPPES GUVLTAPYEL KOPILOKN

TPOGPOAN.
NocoPompe

H vécog tov Pompe (yAvkoyoviaon tomov II), eivar pion avtocopikd vrodeumdpuevn
vOG0G eVOOONKELONG TOV YAVKOYOVOV, AOY® OVETAPKEWNG TOL evidpov 6&vn o-
YAVKOG10AoN (6EvN LOATAOT)) LE OTOTEAEGLLO TY] GLOCMOPEVST] YAVKOYOVOL GE OAOVG
Tovg 1671006 Ta cvunTdpaTe oPeilovton ot PAGPN TOV GKEAETIKOD KO TOV KOPIIOKOD
pvoc. H voocog mepthappdvetl Eva evpd @AGHO KAVIKOV EKONADGE®V, amd T Bpe@ikn
LOPPY, TOL EKINAMVETAL TOVG TPOTOVG UNvES {ONG e coPapr] HLTKN Kol KOPILKN
TPocPorn, €mg T HOpPT| TV evAikwv mov umopel va exkdnAwbel e omoladnmote
nAkia, 0ev Tapovotdlel cuVNO®G KAPOIKT CGLUUETOYN KOl EKONAMVETOL UE HVIKY
advvapio 1/kol ovorTveLoTIKn avendapkela. H enintmwon g vooov ektipdrtol 0Tt eivon

1:40000 evéd amd to 2004 vrdpyet e1d1kn Oepameio eviLHKNG VTOKATAGTAOTG.



