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NccnepoBaHue PesynbTaT KoMMeHTapuit
BokoBolt CM.KOMM 2+1 G4C2-noBTOPOB Ha NepBol annene — HopMa; 2+1 G4C2-
aMUOTPOUYECKUIA MOBTOPOB Ha BTOPOI1 ansiene — HopMa
cknepos, C9orf72, u.m. Pe3ynbTaT npunaraetcs Ha OTAENLHOM 61aHKe.

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 KOHCYJ/1bTauus Crieunasincra.

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

®.N.0., 1984 r. p., obcnenoBanack B OO0 «HezaBucumas nabopatopus MuBUTpO»
¢ 1enbio norcka mytaruu B rene C9orf72 (onpenenenue konuyectsa G4C2-n0BTOPOB),

NPUBOASIIECH K Pa3BUTHI0O OOKOBOIO aMHUOTPO(GHUYECKOro Ckiepo3a 1-ro tuma u
dbpoHTOTEMIIOpaNbHOM AeMeHIH (poduitsb Ne 77706).

Bokosou amuompoguueckuii cknepoz (BAC) — npoepeccupyrowee HetipooeceHepamueroe 3aboiesanue,
omHocaueecs K epynne Ooe3Hell MOMOHeUpoHo8. 3abonesanue nopaxcaem Kaxk 8epxHue, mak u HUMNCHUe MONOHeUPOHbI,
Umo  KIUHUYECKU NpOSGIsiemcs.  2uneppeuexcuel, CRACMUYHOCIbIO, (acyukyiayueti U  MblueyHotu  ampoueil.
Pazsusarowasnca mviuweunas crabocmos npugooum K HetipoOMbIUEYHOMY NAPAIUYY 0bIXAMENbHOU MYCKYAAmypsl cnycms 3-5
Jlem nociie nocmanogku ouacnosa. CocmosHue uauje 6ce2o pasgusaemcs 6 gospacme nocie 60 sem. Pacnpocmpanénnocmo
docmueaem 5 cayyaes na 100 000.

O0Houi u3 Hauboiee pacnPOCMpPaAHEHHBIX 2eHeMUYeCKUX NPUYUH STUX 3a001e8aHULL ABIAENCS USMEHEeHUEe KOIUYecmsed
eexcanykieomuonvix nosmopos GGGGCC 6 cene CY9orf72. B 300posoii nonyrisiyuu obviuno eécmpevaemcs 0o 11 maxux
noemopos, 8 mo epems Kak ux skcnaucust gviute 30 sensemces npedpacnonazaiomum paxkmopom k pazsumuio BAC/OT]], a
eé ysenuuenue 00 60 ceKcanykieomuoos eedem K KIUHUYeCKOU Manugdecmayuu 3a60.1e8aHUs.

K pazeumuio paznuunsix éapuanmos bAC npueoosm maxoice mymayuu 6 eenax FUS, ANG, TARDBP, FIG4, OPTN,
VCP, UBQLN2, CHMP2B, PFN1, FTDALS, ATXN2, PRPH, DCTN1, SETX, SIGMARL1, SOD1, NEFH, VAPB.

B o6pazue JIHK obcnemyeMoii mpoBeaeHo ompeneneHue kohuuectBa G4C2-
noBTOpoB B reHe C9orf72.

MyTartus He BbIsiBJIeHa (KOJIMYECTBO TOBTOPOB B OJIHOM KOIUU I'eHA - 2, BO BTOPOU
-2), uto He uckirdaeT Hanmure BAC 1-ro Tuma, HO CHUYKAET €ro BEPOSITHOCTD.

Ha ocHoBanuu naHHOTO Te€CTa y 00CIEAYyEeMOM Helb3sl TaKKe UCKIIIOYUTh BapUaHT
BAC, cBs3aHHBIN ¢ MyTaIlluel B IpyroM re’e (CM. BhINIE), a TAKXKE HE HACJIEACTBEHHbBIN
BapUAHT 3a00JICBaHUSI.

JI71s1 BBISIBJICHUSI MyTallid B IBYX JPYTUX T€HAX JOMOJHUTEIBHO MOKHO TTPOBECTH
uccaenoBanust NeNe 77710 (ren SOD1) u 7772 (rea VAPB).

Ecnu He TOYHOW yBEpEHHOCTH B JMAarHo3€, HO €CTh OCHOBAHUE MPEANoJiaraTh
HaJIM4KME KaKoro-Im0o HACIEICTBEHHOTO 3a00JIeBaHUs, 11ETIECO00PA3HO PEIIUTh BOTIPOC
0 TIPOBEICHUHU PK30MHOI'0 CEKBEHUPOBAHUS, MO3BOJISIONIECTO TPOBECTH OJHOBPEMEHHBIN
NouCK MyTauuid B Oosbimiom uwuciie reHoB. B OOO «HeszaBucumast maGoparopus
NHBUTPO» nanHO€ HCCIEN0BAHUE B HACTOSAIEE BPEMS HE TPOBOJIUTCH.

[Tpy HE0OXOAUMOCTH TTOTYUEHHUS TOTTOTHUTEILHON HH(OPMALIUU 10 pe3ysibTaTaM
o0OcneoBaHUsT PEKOMEHTYETCsI KOHCYJIbTAIHS Bpada-reHeTHKA.

K.M.H., Bpau-reHeTuK M.II. / llonnmuck Bpaua



