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Mon: XeH
Bospacr: 38 net
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. MpoBOANIOCH NCCNIEA0BaHME Ha NMPeAMET BbISIBNIEHUS CMIHAMIbHON
mnbl I, 11, 111, IV y.k. ammnoTpocdum Tuna I, II, III, IV, aHan1s yncna Konuin reHoB JTIOKyca
reHoB foKyca 5q13 m. 5913 m.

Pe3ynbTaT npunaraeTcs Ha OTAENbHOM GaHKe.
BHuMaHue! B aneKTpoHHOM 3K3eMnnspe 6naHka Ha3BaHWE UCCNEeA0BaHMS COAEPXKUT CCbIIKY Ha CTPAHWLY CaiTa C OMUCaHWEM

nccneaoBaHusl. Www.invitro.ru
Pe3yJ‘IbTaTbI MCCﬂe,ELOBaHMVI HE ABJIAKOTCA ANArHO30M, HeO6XO£|,VIMa KOHCY/1bTauusa cneunasncra.

[
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INVITRO

Onucanue

[Taniuentka mnpotectupoBana B HeszaBucumoit maboparopuun «MUHBUTPO» nHa
Hanuuue aenenui 7-8 ax30H0B B reHe SMN1, oTBeyaroieM 3a pa3BuTre COMHAIBHON
amuotpoduu (tumsl 1, 11, 111, IV) ¢ onpenenennem uncina 3x30H0B 7 1 § renoB SMN1

u SMN2 (mpoduis Ne 7996 AMN).

IIporecTUPOBAHBI I'EHbI:

e SMN — red BBDKHBAEMOCTH MOTOHEHPOHOB (survival motor neuron — SMN),
npeAcTaBieHHbIA 1ByMs KonusaMu (TesoMmepHort — SMN1 um SMNt u
niearomepHort — SMN2 i SMNC).

CnunanbHas amuotpopus (CMA) — ogHO 13 HanOoJIee YacThIX HACIIEICTBEHHBIX
3a00J€BaHUN C ayTOCOMHO-PEIIECCUBHBIM THIIOM HacjenoBanus. OCHOBHOM
MEXAaHU3M pAa3BUTUs KIMHUYECKUX IIPU3HAKOB CBSI3aH C IPOIPECCUPYIOLIEH
JIETeHepalye MOTOHEMPOHOB MEPEIHUX POrOB CIIMHHOI'O MO3ra, YTO BbIPAXaeTcs B
NEepBYI0 ouepeb B aTpouu MPOKCUMATILHBIX MBI KOHEUHOCTEH.

B nanHoMm nipoduiie mpoBoAUTCS IpsiMasi AUArHOCTUKA CIUHAIBLHOM aMHOTpOduH,
Jaro1asi BO3MOXXHOCTb 3apETUCTPUPOBATH HATTUUUE/OTCYTCTBUE COOTBETCTBYIOIIUX
sk30HOB reHoB SMN1 m SMN2 (T.e. maromas BO3MOYKHOCTH BBISBUTH JCIICIIHH
COOTBETCTBYIOIINX 9K30HOB I'€HOB).

[Ipu npoBeneHNUH KCCIIEAOBAHUS JTOMOJHUTEIBLHO MCIOJIB3YETCAd KOJIMYECTBEHHBIN
aHaJIN3, PETUCTPUPYIOIINI YUCIIO TeHOB JoKyca CMA, 4To SBIs€TCS HE3aMEHUMbIM
P OTIPENICTICHUU CTaTyca HOCUTENs CIIMHABHON aMUOTpO(HH, U UMeeT OOJIbIIoe
3HAUCHHUE IS CeMeH, T1ie MaTtepuan 00JIbHOr0 peOeHKa HEIOCTYIEeH, a TaKkXKe s
310poBbIX wieHOB cemeid CMA I-IV 1 BHOBBb CO34aHHBIX CYNPYKECKHUX Tap, B
KOTOPBIX OJWH M3 CYNPYTrOB SIBJISIETCS OOJUTAaTHBIM HOCUTEJEM CIHHAIBHOU
aMuoTpoduu, 11 UX JATBHEUIIEr0 METUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUSL.

[Tpu mpoBenenun uccienoBanus B oopasie [JHK obcnemyemoit yctaHOBICHO, 9TO Y
HEE NIPUCYTCTBYIOT:

2 konuu 5k30HO0B 7-8 rena SMN1 (SMNt)
2 xoruu 3k30HO0B 7-8 rera SMN2 (SMNc)

HOHY‘ICHHBIG PE3YIbTAThl CBUACTCIILCTBYIOT O TOM, YTO NAIIMCHTKA HC ABJISACTCA

HOCHUTEJIEM JieJielny SK30H0B 7-8 reHa SMIN1.




OnHako, y 2% 3mopoBbix HocuTeneit mytaiuu B reHe SMN1 (SMNt) o6e kornuu rena
pacrooKeHbl Ha OJHOW M TOW K€ XPOMOCOME, a Ha BTOPOW €CTh JEJEIusl TeHa.
JlaHHOE MCClIeZIOBaHNE HE BBISBIIACT ATY PEIKYIO (hOpMY HOCHUTEIIBCTBA.

I[JISI IMOJIYy4YCHUA ﬂOHOHHHTCHLHOﬁ HH(bOpMaHI/II/I Mo pe3yjabTaTaM TCCTHUPOBAHUA
PCKOMCHAYCTCA O4YHAA KOHCYJIbTAallUA Bpada-IrCHCTUKA.

Bpau-renerux M.IL. / Ilogmuck Bpaya



