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Mon: XeH

Bospacr: 53 ropa

NH3: 999999999

[aTa B3aTus1 obpasua: 09.08.2021

[JaTta noctynneHuns obpasua: 10.08.2021

Bpau: 23.09.2021

[aTa neyaTtu pesynbTaTa: 25.09.2021
NccnepoBaHue PesynbTar KoMMeHTapwuii

Cnactnyeckas napannermss  CM.KOMM He o6bHapy»eHo aeneuvin u aynnukauui B reHe SPG4, xapakTepHbIX
LTptomnens, Tun 4, SPAST [N HACNEACTBEHHOM CMacTUYECKOM napannerum
(SPG4), u.m. PesynbTaTt npunaraetcs Ha oTaenbHOM 6r1aHKe.

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., 1969 1. p., obcnenoBanack B OO0 «HezaBucumas nabopatopus MuBUTpo»
C ILIeJIBI0 TOMCKA YacTol MyTaiuu (menenuu u ayrumkarnuu) B rene SPAST (SPG4),
NPUBOSIIMX K BOSHUKHOBCHHUIO CIIACTUYECKO# maparuieruu, Ta 4 (mpoduib Ne 77708).

Hacneocmeennvle cnacmuyuecKkue hnapaniezuu — 5mo 2PYNNAd HACIEOCMEEHHbIX —HeUupo0e2eHepamueHbIX
3a001e6aHUll, 6 OCHOBE NAMO2EHE3d KOMOPLIX JIeACUM NOBPENCOeHUe BepXHe20 MOMmOHeUupona. Bcnedcmeue smozo
HApYUIEeHUsT MbIUUYbl NEPecmaiom NoIy4ams HepeHvle UMNYIbCHl, YMO NPUEOOUM K BOZHUKHOBEHUIO CHACMUYHOCIU
(nosvluenue MbIUEYHO20 MOHYCa) U CIAbOCMU MblY HUNICHUX KOHeyHocmell. 1o mepe npocpeccuposanus CUMnImMOMO8
nayuenmul mepsiom cnocoOHOCnb K X00bbe. BoamoosicHbl makue cumnmomul KaK: HApYyuleHue 3peHust, Amakcusl, SNULencus,
KOZHUMUGHbIE PACCMPOUCMEa, nepugepuieckas Heluponamus, nomepsi ciyxa u opyaue.3aboieeanue AGAemcs 2eHemu4ecKu
00YCNOBNIeHHbIM U C653aH0 ¢ Mymayusmu 6 6onee 80 2enos, ocnosuvimu uz komopwix seusitomest SPAST, ATLI, REEPI u
KIF5.

Hegpexmot 6 cene SPAST (maxoice uzsecmuom kaxk SPG4) — 00Ha u3 4acmuvlx npUdUH HACIEOCMBEHHBIX CHACMUYECKUX
napannezuii (0o 40% ecex cayuaes). Haubonee uacmoimu gopmamu abeppayuii 0aHHO20 2eHa AGIAIOMCA Oeneyuu U
oynauxayuu. I'en s615emcs 0OmMEemcmeeHHbIM 3d AYMOCOMHO-00MUHAHMHYIO (hOPMY HEOCHONCHEHHOU HACAEOCTNEEHHOU
napannecuu, obaadaem @vicokou nenempammuocmvio (80-90%) u xooupyem 6enox cnacmum, Y4acmeyrwui 8
Gopmuposanuu 1 MOOEIUPOBAH.

B o6paszue JHK ®.1.0O. npoBea¢H MOUCK MyTaliuu (JIeeUH U TyTUIUKAIMU) B TeHE
SPAST (SPG4)

Jesiennu 1 IyIJINKAIMU He BbisiBJIeHbI (BapuaHT N /N).

[TonyueHHBIM pe3yJabTaT HE MCKIIOYAET MOJHOCTHIO JIMArHO3 «CIMACTUYECKOU
naparuierum» y o0cieayeMon, TaKk Kak TEOPETUUECKH BO3ZMOXKHO Hau4ue 0osiee peaKux
mytaunii B rene SPAST, a taxxe — myrauuu B aApyrux remax ATL1, REEP1, KIF5 u np.

[lenecooOpa3Ho pemHTh BONPOC O MPOBEIECHUU 3K30MHOTIO CEKBEHHPOBAHUA,
MO3BOJISIONIETO MMPOBECTH OJTHOBPEMEHHBIN MOUCK MYyTallMi B OOJIBIIIOM YKCIe TeHOB. B
00O «HezaBucumas nadoparopuss MTHBUTPO» nanHOe mcclieioBaHUE B HACTOSAIIEE
BpEMsI HE TIPOBOJIUTCS.

[Tpu HEOOXOIUMOCTH TIOTYUYEHHUSI TOMOTHUTEILHON MH(OPMALIUK O pe3yIbTaTaM
00cJIeIoBaHUSI PEKOMEHIYeTCSl KOHCYJIbTAIMs Bpauya-reHeTHKA.

K.M.H., Bpau-reHeTnK ML.IL. / IToanuce Bpaya



