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

I'enotunuposanue reda SOD1 a1 AuarHoCTUKH ITaToreHHbIX BapUaHTOB ITaToreHHbIX
aMHOTPO(HUYECKOTO CKIIEpo3a BOK30Hax 1,2,3,4,5 BAapUAHTOB B 9K30HAX
rena SODI1 He 1,2,3,4, 5rena
0OHapyKEeHO SOD1 ne oOHapyxeHO

V naruenrta He 0OHAPY)KEHO MAaTOTCHHBIX BAPUAHTOB B 9K30HaX 1, 2, 3, 4, 5 rena SOD1.

Boxoaoii amuorpoduueckuii ckiaepos (BAC) mpencrapiser coboii mporpeccupyroliee HelpoaereHepaTuBHOe 3ab0eBaHue, IPU
KOTOPOM CHELM(HIHO TOPAKAIOTCSI BEPXHUE MOTOPHBIE HEHPOHEI, pacIioaraioiecss B MOTOPHOU 30He ()POHTANBHBIX JOJIeH
TOJIOBHOTO MO3Ta, ¥ HIDKHHE MOTOPHBIE HEIPOHBI, HAXOSIINECS B CTBOJIE TOJIOBHOTO MO3Ta H B CIIUHHOM Mo3re. CHMITOMaMu
MOpPaKEHHsI BEPXHUX MOTOPHBIX HEHPOHOB SIBISIOTCS THIIEPPedICKCHs, TTOBBILICHHE MBIIICYHOTO TOHYCA, ITOJI0KUTEIbHBII peduiekc
BbabuHCKOro; CHMITOMaMH TTOPAXKEHUsI HIDKHUX MOTOPHBIX HEHPOHOB SBIISIIOTCS TOHOrpauuecKasi acCUMETPHYHAs CI1a00CTh 1
aTpodust MBIIIL, THIIOpedIeKCcHs, (acHUKyILIIIS, MBIIIEYHbIe CyJOPOTH, Iu3apTpus, aucharus. B 6onsomucTBe cirygaes BAC
npeAcTaBisieT co0oit criopamuueckoe 3aboneBanue. Oxono 10% namuenToB ¢ BAC uMeroT cemeiiHblit aHaMHe3 JaHHOW HO30JIOTHH, TO
€CTb XOTsI ObI OJIH 13 OJIM3KUX POJICTBEHHUKOB Takxke Ooneer BAC.

V 12-23% nanuenros ¢ ¢ BAC u 'y 3% nanuenros co cnopaandeckum BAC umMeercs narosoruueckas myrauus B reie SOD1 u
KOJHMPYIOIIEro GeIoK CyrnepoKkcHaancMyTasy 1. 3aboneBaHue ¢ aToreHHbIMU BapranTamu B reHe SOD1 HaciexyeTcst 1o ayTocOMHO-
JOMUHAHTHOMY THITY, TO €CTh uMeercs 50% pucka pa3BHTHs 3a001eBaHus y MOTOMKOB. OTcyTcTBHE MyTanui B rene SOD1 ne
uckmoyaet auario3 BAC. PazsepHyToe 3akitouenue B coorBercTBuu ¢ pekomenaaimsamMu HGVS u EMGQN mosket ObITh BBICIIAHO 110
3anpocy. [IpencrapieHHble JaHHBIE U HHTEPIPETALHs PE3yIbTaTOB COOTBETCTBYIOT pekomenaarmsaM American College of Medical
Genetics, a taxke European Molecular Genetics Quality Network. Hcnone3yemsie peepeHCHbIC TOCISI0BATEILHOCTH -
NM_000454.5.
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IMeuatn OpraHusanuu

Baxxno! ®opmar pesyibTaTa UCC/ICI0BaHUs MOXKET OTIMYATHCS B 3aBUCHMOCTH OT 110J1a, BO3PAcTa M PErMOHa BHIOJHEHHUS. JIuer Ne 1 u3 1
HuTepnperaius pe3yabTaToB He SIBJIACTCS AMArHO30M, 3aKJIIOYEHHUE 110 Pe3yJIbTaTaM JAHHOTO MCCIIEI0BAHMS JaeT Jeyalluii Bpay.



