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Mon: XeH
Bospacr: 63 ropa
MH3: 999999999
[aTa B3aTus1 obpasua: 09.08.2021
[laTta noctynnexus obpasua: 10.08.2021
Bpau: 23.09.2021
[aTa neyaTtu pesynbTaTa: 25.09.2021
NccnepoBaHue PesynbTaT KoMMeHTapuit
BokoBoit CM.KOMM MaToreHHbIX BapMaHTOB B 3k30Hax 1, 2, 3, 4, 5 reHa SOD1 He
aMUOTPOUYECKUIA obHapy»eHo.
cknepos (BAC), SOD1, m. Pe3ynbTaT npunaraetcs Ha OoTAeNbHOM 6naHKe.

BHuMaHne! B a3neKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCef0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCY/bTauua crneunaancra.

M.M. / Nognuck Bpaya
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Onucanme PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.N.0., 1959 1. p., o6cnenoBanacsk B OO0 «HezaBucumas nabopatopus MuBUTpO»
C LIeTbI0 TIoMCcKa yacTo mytamuu B rene SODI1, npuBondinei K pa3BUTHIO OOKOBOTO
amuoTpoduyeckoro ckieposa 1-ro tuna (nmpoduis Ne 77710).

Bokoesou amuompoguueckuit cknepos (BAC) - npocpeccupyrouee 0ecenepamusHoe 3a001e8anue YeHMpPAaibHOU
HEpEHOU CcucmeMmvl, NpU KOMOPOM NOPAdICAIOMCS  YeHmpanbHbie (Kopkoegvle) u nepugepuueckue (6yavbaphbie,
nepeonepozogvie) Ogueamenvhvie Heliponvl. Illpu npeobradanuu 2ubeiu KopKOSbIX MOMOHEUPOHO8, NOBLIUAIONCS
CYXOACUNLHBIE PePNeKChbl, NOAGIAEMCA CHACMUYHOCIb (NO8blUuleHIe MOHYCA) MbIY, CEAZAHHAA C PACTHOPMAICUBAHUEM
CecMeHmapHo20 annapama CRUHHO20 M032a U ycuienuem peaexcos pacmsicenus. B pesynemame cubenu nepugepuyeckux
MOMONEUPOHO8 Y OONbHLIX NOAGIAIOMCA C1abOCMb, BbI36AHHAS OeHepsayuetll, CONPo8ONICOAIOWAACA Hapacmaiouyell
ampogpueii Mbluiy U PACYUKYIIAYUAMY (CHOHIMAHHLIMU COKPAWEHUAMU SPYNN MblUUeUHbIX 6010KoH). TIpu Oezenepayuu
KOPMUKOHYKNIeAPHbIX — Nymell NOAGIANMCA NPUSHAKU  Nces0obynbbapHo2o napanuya - ouzapmpus, oucgazus,
Hacunbcmeennulll cmex unu naay. Ooviuno 3a001e6anue HAYUHAEMCs 8 CpeoHeM 803pACme ¢ ACUMMEMPULHO20 NOPAIICEHUS]
MblulYy, HO maKice cywecmeyiom ionouteckue opmul 3abonesanus. Hacneocmsennuvie popmul cocmasnsiom oxono 10% scex
cnyuaes.

Haubonee xnunuuecku 3nauumvie u pacnpocmpanénuvie abeppayuu nokanuzyiomes 6 2ene SODI, xooupyowem
Cu/Zn cynepooxcuooucmymasy 1. B eene SOD1 onucano ceviue 185 mymayuti, cnocobHbix npugecmu K pazeumuio 60K08020
amuompouueckozo ckieposa. M3menenus 8 yKasanHom 2ene MoACHO oonapyscums 6 23% cuyuaes cemetinozo BAC u 6 7%
CROPAOUYeCcKUx Cyuaes.

Mymayuu 6 eene SODI accoyuuposana c 6onee pannum (00 40 aem) oebiomom 60K08020 amMuompopuueckozo
CcKneposa, a makoice ¢ e2o bonee bbICMpoll U azpeccusHoll npozpeccuel. M3menenus 6 cene Hacie0yomes no aymocoMHO-
OOMUHAHMHOMY MUNY, YMO 03HAYAEm GbICOKUL PUCK nepedayu 3abonresanusi nomomxam. Kpome moeo, usmenenus 6 eene
SOD1 mozym obycnasnueams pso Opyeux HeGPONOUHECKUX HAPYUIeHUN — MAKUX KAK NpOSPeccupylowjds MulUeyHas
ampousi U HAOBAOEPHBIU NApaluyd, O0OPOKAYECBEHHAS (DOKANbHAS AMUOMPOPUS, MO3HCEUKO8As. AMAKCUSL U
@dpornmomemnopanvras oemeHyus.

K pazeumuio paznuunvix éapuanmos bAC npueoosm maxoice mymayuu 6 eenax FUS, ANG, TARDBP, FIG4, OPTN,
VCP, UBQLN2, CHMP2B, PFN1, FTDALS, ATXN2, PRPH, DCTN1, SETX, SIGMAR1, SOD1, NEFH.

B o6pasnie JIHK ob6cienyeMoii mpoBeaeH MOUCK MyTarui B 3k30Hax 1-5 rena SOD1
METOJIOM IPSIMOTO aBTOMAaTHYECKOI0 CEKBEHUPOBAHMS, MO3BOJISIIOLIETO BBISIBIATH KaK
4acTble, TAK U PEIKUE MYTALMH.

Myrtanus He BbisiBjieHa (BapuaHT N/N), uto He uckimouaer Hannuue bAC 1-ro
THUIIA, HO JENAET €0 MAJIOBEPOSTHBIM.

Ha ocHoBanuu gaHHOro Tecra y oOCiaeayeMOl Helb3sl TAKXKE MCKIIIOYUTh BAPUAHT
BAC, cBs3aHHBIN ¢ MyTaluel B IpyroM re’e (CM. BhINIE), a TAKKE HE HACJICACTBEHHbBIN
BapUaHT 3a00JICBaHMSI.

JIns BBISIBIEHUS MyTalMid B HEKOTOPBIX APYruUX TeHax, npuBojsamux Kk BAC,
BO3MOYKHO TPOBEJACHHUE HCCIAEAOBaHUS MO mpoduiato 7772 ais BBISBICHUS YacTON
myTtaiuu B rene VAPB, unm nns BeisiBnienns mytanuii B reHe C9orf72 — tect Ne 77706.

[enecooOpa3Ho TakKe pEeUTh BOMPOC O MTPOBEICHUH IK30MHOT'O CEeKBEHUPOBAHU,
MO3BOJISIFOIIETO MPOBECTH OJTHOBPEMEHHBIN MOMCK MyTaIluii B O0OJIBIIIOM YHCIIEe TeHOB. B



00O «HezaBucumas maboparopuss UHBUTPO» nanHoe ucciemnoBaHrue B HACTOSIICE

BpEMsI HE TPOBOJIUTCSL.
[Ipu HEOOXOUMOCTH MOITYUYEHUS JAOMOTHUTEIbHON HHPOPMALIMK 10 pe3yibTaTam
o0cnei0BaHusl pEKOMEHIYeTCs KOHCYIbTAIlUsl Bpaua-reHeTHKA.

K.Mm.H., Bpau-reHeTuK ML.IL / IToamuck Bpaya



