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Mon: XeH
Bo3spacr: 31ron
NH3: 999999999
[aTa B3aTus obpa3ua: 16.09.2023
[Jata noctynneHuns obpasua: 16.09.2023
Bpau: 16.10.2023
[JaTa neyatu pesynbTaTa: 16.10.2023
WccneposaHue PesynbTaT KoMMeHTapuit
CnnHanbHas ammoTpodmss  CM.KOMM. Pe3ynbTaT npunaraeTcs Ha oTaenbHOM bnaHke.

Tunbl I, II, III, IV. SMN1 M.

BHuMaHMe! B aneKTpoHHOM 3K3eMnnispe 6/1aHka Ha3BaHUE UCCNeN0BaHUS COAEPXKUT CChINIKY Ha CTPaHWULY caliTa C onucaHueM
nccneaoBaHusl. Www.invitro.ru

Pe3ynbTaThl UCCNEN0BAHUIN HE ABNAIOTCA AMArHO30M, He06XoaAMMa KOHCYbTauus CreLuanmcTa.
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INVITRO

Onucanue

[Nanmentka npotectupoBana B Hezaucumoii nabopatopuu « MHBUTPO» Ha nHanuuue
ToukoBBIX MyTaruii B TeHe SMN1 (CMA tumnst 1, 11, 111, IV) (mpoduis Ne 7228).

HpOTeCTI/IpOBaHbI I'€HbI:

e SMNI1 — reH BBDKHUBAEMOCTH MOTOHEHPOHOB

CounanbHas amuorpodusi (CMA) — ogHo W3 Hanbosiee YacThIX HACIIEICTBEHHBIX
3a00J1€BaHUN C ayTOCOMHO-PEIIECCUBHBIM TUIIOM HaciieloBaHus. OCHOBHON MEXaHU3M
Pa3BUATHs KJIMHUYECKMX IIPU3HAKOB CBSI3aH C IIPOTPECCHUPYIOLIEH JAereHepanuen
MOTOHEHPOHOB MEPETHNUX POTOB CIIMHHOTO MO3Ta, YTO BBIPAYKAETCS B MEPBYIO OUEpEb B
aTpo(Uu MPOKCUMATILHBIX MBI KOHCYHOCTEH.

I'en  SMN (survival motor neuron gene), OTBETCTBEHHBIH 3a BO3HHUKHOBEHHE
NPOKCUMAaIbHOW cnuHaiabHOM amuoTpoduu [-IV Tuma, pacnonoxen B paiione 5ql3 u
MPE/ICTABIICH JIBYMsI CXO0XUMHU 0 cTpoeHuto konusimu (Teromeproit — SMN1 man SMNt
u nieatoMeproit — SMN2 miu SMNC).

VY 96% mnanueHToB C pa3IMYHBIMU TUIIAMU CIIMHAIBHON aMUOTPO(UU PErUCTPUPYETCS
nenerust reHa SMN1. B octanbHbIX cioyyasx K 3a00JI€BaHUIO MPUBOJSAT TOYKOBBIC
MyTall B JAHHOM TI'€HE.

B pesymerare wmccnenoBanus reHa SMN1 meromoM mpsMoOro aBTOMATHYECKOTO
CEKBEHUPOBAHMSI TOYKOBBIX MYTAallMii, OTBETCTBEHHBIX 3a pa3BUTHE CHUHAIBHOU
amuotpoduu [-1V Tumna, He BBISBIEHO:

JHK ®.1.0. IK30HBbI 7-8 I'en SMN1
(MLPA) (ceKBeHHpPOBaHUE)
S11804.1 SMN1 n=1 [TaToreHHsbIN U BEPOSATHO
SMN1 n=2 MaTOT€HHBIX BapUAaHTOB HE
o0HapyXeHO

OpnHako, MOJy4eHHBIE PE3YIbTaThl CBUACTEIHCTBYIOT O TOM, YTO MAIlMEHTKA SIBISETCS
HOCUTEJIBHUIIEN Jiesieliy AK30H0B 7-8 reHa SMNI1 B rerepo3uroTHOM COCTOSIHUM.

B cembsx, rae o0a poauTens ABISIOTCS HOCUTEISIMH MYyTallH, BO3MOKHO POXKICHHE
neTeit, OONBHBIX CHUHAIBHOW amuoTpodueit. C 1enpl0 MCKIIOYEHUS HOCHUTEIHCTBA
MYTallly Y Cynpyra HaiueHTKH peKOMEHI0BaHO €ro oocieaoBanue 1o recty 7996 AMU.
KpoMe TOro, pexoMeHIyeTcs MEIUKO-TEHETHYECKOE KOHCYJIbTUPOBAHHUE CEMbH IS
peuieHust BOIpoca 0 TOM, KOMY €€ U3 POJCTBEHHUKOB MOXXET ObITh PEKOMEH0BAHO
aHAJIOTUYHOE UCCIIEOBAHUE.



JUis  modydeHus AOMOJIHUTENbHONM WHGOpMaluMu MO pe3yjabTaTaM TECTHUPOBAHUS
PEKOMEHAYETCSI OUHAsI KOHCYJIbTAlMsl Bpada-TeHETHKA.
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