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[JaTta noctynneHuns obpasua: 16.09.2023
Bpau: 16.10.2023
[aTa neyatu pesynbTaTa: 16.10.2023
WccneposaHue PesynbTaT KoMMeHTapuit
CnnmHanbHas ammoTpodmss  CM.KOMM. MpoBOANIOCH NCCNEA0BaHME Ha NPeAMET BbISIBNIEHUS CMIHAMIbHOM
mnbl I, 11, 111, IV y.k. amunoTpodum Tuna I, II, III, IV, aHan1s Yncna Konuin FreHoB JIOKyca
reHoB foKyca 5q13 m. 5013 M.

Pe3ynbTaT npunaraeTcs Ha OTAENbHOM GaHKe.

BHMMaHMe! B 3M1eKTPOHHOM 3K3eMnisipe 611aHKa Ha3BaHWe UCCNeA0BaHMS COAEPXUT CCbIIKY Ha CTPaHWLY caiiTa C ONUCaHWUEM
nccneaoBaHns. Www.invitro.by
Pe3ynbTaTbl UCCNIeA0BaHUIA He ABNAKOTCS AMarHo30M, HeobXoaMMa KOHCYIbTaumsa crneunanmcra.
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INVITRO

Onucanue

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

u SMN2 (mpoduis Ne 7996 AMN).

IIporecTUPOBAHBI I'EHbI:

e SMN — red BBDKHBAEMOCTH MOTOHEHPOHOB (survival motor neuron — SMN),
npeAcTaBiIeHHbIA 1ByMs KonusaMu (TesoMepHort — SMN1 umu SMNt u
niearomepHort — SMN2 i SMNC).

CnunanbHas amuotTpopus (CMA) — ogHO 13 HanboJiee YacThIX HACIIEICTBEHHBIX
3a00J€BaHUN C ayTOCOMHO-PEIIECCUBHBIM THUIIOM HacjeaoBanus. OCHOBHOM
MEXAaHU3M pa3BUTUs KIMHUYECKUX IIPU3HAKOB CBSI3aH C IIPOIPECCUPYIOLIEH
JIETeHepanye MOTOHEMPOHOB MEPEIHUX POrOB CIIMHHOIO MO3ra, YTO BbIPAXaeTcs B
NEepBYIO ouepeb B aTpoUu MPOKCUMATILHBIX MBI KOHEYHOCTEH.

B nanHoMm nipoduiie mpoBoAUTCS IpsiMasi JUArHOCTUKA CHUHAIBLHOM aMHOTpoduH,
Jaro1asi BO3MOXKHOCTb 3apEeTUCTPUPOBATH HATTUUNE/OTCYTCTBUE COOTBETCTBYIOIIUX
9k30HOB reHoB SMN1 m SMN2 (t.e. maromass BO3MOXHOCTH BBISBUTBH JICJICIIHMH
COOTBETCTBYIOIINX SK30HOB I'€HOB).

[Ipu npoBeneHUH KCCIEAOBAHUS TOMOJHUTEIBLHO MCIOJIb3YETCAd KOJIMYECTBECHHBIN
aHAJIN3, PETUCTPUPYIOIINI YUCIIO T€HOB JoKyca CMA, 4To SBIs€TCS HE3aMEHUMbIM
P OTIPEJICTICHUU CTaTyca HOCUTENs CIIMHAIBLHON aMUOTpO(HH, U UMeeT OOJIbIIoe
3HAuUEHHUE IS CeMeH, T1ie MaTtepuan 00JIbHOr0 peOeHKa HEIOCTYIEH, a TaKkXKe s
310poBbIX wieHOB cemeid CMA I-IV u BHOBBb CO34aHHBIX CYNPYKECKHUX Nap, B
KOTOPBIX OJMH M3 CYNPYTrOB SIBJISIETCS OOJUTAaTHHIM HOCHUTEJIEM CIHHAIBHOU
aMuOTpoduH, 11 UX JATBHEUIIET0 METUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS.

[Tpu mpoBenenun uccienoBanus B oopasie [JHK obcnemyemoit yctaHOBIEHO, 9TO Y
HEE NPUCYTCTBYIOT:

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

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

HOCHUTEJIEM JieJielny AK30H0B 7-8 reHa SMIN1.




OnHako, y 2% 3mopoBbix HocuTeneit Mmytaiuu B reHe SMN1 (SMNt) o6e xornuu rena
pacrooKeHbl Ha OJHOW M TOW K€ XPOMOCOME, a Ha BTOPOWM €CTh JeJeIUs TeHa.
JlaHHOE MCCIIeZIOBaHNE HE BBISBIIACT ATY PEIKYIO (hOpMY HOCHUTEIIBCTBA.

I[JISI MMOJIYy4YCHUA ﬂOHOHHHTCHLHOﬁ HH(bOpMaHI/II/I M0 pe3yjibTaTaM TCCTHUPOBAHUA
PCKOMCHAYCTCA O4YHAA KOHCYJIbTallUA Bpada-IrCHCTUKA.

Bpau-renerux M.IL. / Ilogmuck Bpaya



