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I'enotunupoBanue rena SOD1 yist TMarHOCTUKH O6HapyxeH
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VY nanuenrta oOHapy)KeH naToreHHbld BapuaHt B rene SODI.

Bokosoii amnorpoduueckuii ckiepos (BAC) npencrasiser coboii mporpeccupyroiiee HelpojereHepaTuBHOE
3aboeBanye, MPH KOTOPOM CHEIM(DUIHO MOPAXKAIOTCS BEPXHNE MOTOPHBIE HEHPOHBI, pacIioiararolyecs B
MOTOPHOH 30HE (HPOHTAIBHBIX JOJIEH TOJIOBHOTO MO3Ta, U HIDKHHE MOTOPHBIE HEHPOHEI, HAXOIAIINECS B CTBOJIE
TOJIOBHOTO MO3Ta U B CIUHHOM Mo3re. CHMIITOMaMHU NOPaKeHHs BEPXHHX MOTOPHBIX HEHPOHOB SIBIISIOTCS
runeppedIeKcus, HOBBIILICHHE MBIIIEYHOIO TOHYCA, MOJIOKHUTENbHBIN peduexc babuHckoro; cuMnroMaMu
MOPa’KeHHS HIDKHUX MOTOPHBIX HEHPOHOB SIBISIIOTCSI TONOTrpadHIecKasi acCHMEeTpHYHAst CT1a00CTh U aTpous
MBI, runopedexcust, GacuuKyIAIys, MEIICYHbIe CYAOPOTH, JU3apTpus, Tucdarus. B 6onpmuHCcTBe ciydaes
BAC npencrasinsier coboit criopaanueckoe 3adoneanue. Okoso 10% nauuentoB ¢ BAC umeroT cemeinblit
aHaMHe3 JIaHHOI HO30JIOTUH, TO €CTh XOTs ObI O/IMH U3 OJIM3KUX POACTBEHHHUKOB Takke Ooneer BAC.

V¥ 12-23% nanuentos ¢ ¢ BAC n 'y 3% nanuenTos co cnopaguieckuM BAC nmeeTcs maTolorndeckast MyTaIys B
rere SOD1, koaupytomero 0ok cynepokcuaaucmyTasy 1. 3adoneBanue ¢ myrtanueii B rene SOD1 Hacnenyercs
110 ayTOCOMHO-ZIOMHHAHTHOMY THILY, TO ecTh UMeeTcst 50% pHcka pa3BUTHSA 3a0071€BaHHs Y HOTOMKOB.

ITpu o6HapyKeHNN MAaTOIOrMYECKOH MyTallu B 1000M 13 9k30HOB SOD1 rena auarnos BAC noxarsepxaaercst.
PexomenyeTcs IpoBeIeHNE FEHETHYECKOT0 00CITeI0BaHNs H MEJINKO-TeHETHIECKOE KOHCYTbTUPOBAHIE
OMKANIINX POJCTBEHHUKOB B CBSI3U C PHCKOM Pa3BUTHS MIIH CKPHITOrO TEUSHUS 3a00JICBaHUS.

PasBepHyTOe 3akimoueHue B coorBeTcTBUU ¢ pekoMenaausamMu HGVS u EMGQN MosxeT ObITh BBICIAHO 110
3anpocy. IIpencrapieHHble JaHHBIC M MHTEPIPETANUs PEe3y/IbTaTOB COOTBETCTBYIOT PeKOMeH jalusM American
College of Medical Genetics, a Takoke European Molecular Genetics Quality Network. Hcnonb3yemsle
pedepencHbie nocnenoBatensHOCTH - NM000454.5.

A01.23.004.000.03 I'enomunuposanue cena SOD1 ons ouaznocmuku 60k06020 amuompoduyeckoeo ckieposa (BAC) 6 kposu
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IMeuatn OpraHusanuu

Baxxno! ®opmar pesyibTaTa UCC/ICI0BaHUs MOXKET OTIMYATHCS B 3aBUCHMOCTH OT 110J1a, BO3PAcTa M PErMOHa BHIOJHEHHUS.
HuTepnperaius pe3yabTaToB He SIBJIACTCS AMArHO30M, 3aKJIIOYEHHUE 110 Pe3yJIbTaTaM JAHHOTO MCCIIEI0BAHMS JaeT Jeyalluii Bpay.
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