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Kageopa namonozuueckoii puzuonozuu
benopycckuii cocyoapcmeennvlii meOuyunckuil ynugepcumem, 2. Munck
2"V « Pecnybnuxanckuii hayuno-npaxmuyeckuii yenmp «Mamv u oumsy, Mumnck

AxryanbHocTh. CnivHanbHas MblieuHas atpopus (CMA) — HacniencTBeHHOe 3a00seBaHue,
CBSI3AHHOE C HApYIICHUEM JIBUTATEIIbHOTO MOTOHEHpOHA TEPEJHUX POroB CIMHHOTO MO3ra.
PacnipoctpanenHocts B crpaHax EBponsl cocraBiser 1 ciyuait Ha 6000—10000 HOBOpOXIEHHBIX.
['enernueckuil neekT cBsi3aH ¢ aenenuel wim mytanuein rena SMN1, pacronoeHHoro Ha JJTMHHOM
wiede xpomocome 5 (5q13.2).

Lesb: mpoBecTH aHAN3 KIIMHIUYECKUX MPOsBIIEHUH y naiueHToB co CMA.

Marepunanbsl u mMeroabl. O0bekT uccrnenoBanus - 37 mamueHToB co CMA. [lanHble 0
NEePBUYHOM JUArHo3e M pe3yJibTaTax JIa0OpaTOPHBIX MCCIENOBAaHUM ObUIM TOJYYEHBl U3
MeauiuHcKon nokymentanuu apxuBa ['Y PHII «Mate u nuta». B pabGore mcmonmp3oBasmch
reHEaJOrH4eCKiuil, CHHAPOMOJIOTHYECKUN, IIUTOTEHETUYECKH, MOJEKYJISIPHO-TEHETHIECKHE,
KJIMHUYECKHe, (yHKIIMOHATbHBIC, 1a00paTOPHBIE U MHCTPYMEHTAIbHBIE METO/bI HCCIIEAOBAHMUS.

Pe3yabTarsl 1 uX 06cy:xnenue. B uccrnenyemoit Hamu rpyte 67,6% (25/37) cnyyaeB coctaBuiia
CMA 1 tuna (6one3np Bepauura-T'odhdmana), 27,0% (10/37) - CMA 2 tuna (6onezns Jlyoosuria), 5,4%
(2/37) - CMA 3 tuna (6one3up KrorensOepra-Benanaep). CooTHoIIEHHE 0 10Ty B TpyIire 37 MandeHToB
1:1,3, cootBerctBeHHO: 16 (43,2%) muir xeHckoro nona, 21 (56,8%) - My»cKoro mosa.

Bospact matepu Ha MOMEHT poxeHus pedenka co CMA 1 tuna BappupoBai B mpeaenax ot 19
1o 45 net, meauana cocrapmia 29,5 ner. CpenHuii BO3pacT oOpalleHny K TeHEeTHKY TallueHTOB C 3TOH
00J1e3HBI0 BapbUPOBAT OT 14 CYTOK 70 7 MecsIIeB, MeMaHa COCTaBuiIa 2 Mecsla. PaHHNE KITMHUYECKH €
MIpOsIBJICHUs] HaAOIOAIMCh B Bo3pacTe oT 1 CyTok g0 3 MecsieB, MenuaHa cocTaBuiia 1 Mecsil.
OcHoBHbIMU cumniToMamMu MaHudectaimn CMA | Tuna sBISUTMCH MPOTrpPEeCCUPYIOIIasi MbIIIEYHAS
cabocTh ¢ TspKeNnon rumotonuei, y 40% (10/25) mareHToB 3TOT CUMITOM HaOrO1acs Ha 1-2 cyTKu
nocne poxaeHus, y 60% - x 1 mecsany. Hapyiienue qpixaHust v TJI0TaHUS. OTMEUAJIUCh B CPEHEM K 5,5
MmecsiaM. Bo3pacT obparienns k reHeTuky nampeHToB ¢ CMA 2 tuna BapsupoBai ot 6,5 mMecsiiies 10 8
net 3 MecsieB, Meauana - 1 rox 6 mecsiieB. JIeOr0T MBITIIEUHON THTTOTOHUH JIETKOM CTENEHU OTMEYaIICs
y BCEX NalMEHTOB ¢ 6 MecsleB, OIHAKO MPOrpecCUpyoIlasi MbIIIEYHAs ClIa00CTb, TMIOTPO(HS
CKEJICTHBIX MBIIII, 3a/epKKa MOTOPHOTO pa3BUTUS WM JK€ yTpaTa NPHOOPETEHHBIX HABBIKOB
Ha0Jmoanack B Bo3pacre rnocie 1 roga. Becem nanyenTam 0b11a mpoBeieHa MOJIEKYJIIpHO-TeHeTHYecKast
JIMarHOCTHKA U BBIBsIJIEHa TOMO3UTOTHAs fenerus rena SMNL.

BoiBoabl. Takum o6pazom, CMA - 3TO TEHETHYECKOE HEPBHO-MBIIIEYHOE IMMOPAKAIOIIEE
JIBUTATENIbHBIE HEHUPOHBI CIMHHOTO MO3ra M MPHUBOJIAIICE K HAPACTAIOMICH MBIIIEYHON CIabOCTH.
3aboeBaHKe HOCUT MPOrPECCUPYIOIINM XapaKTep, c1ad0CTh HAUMHAETCS C MBILIL HOT ¥ BCETO TeJla U C
pa3BUTHEM 3a00J€BaHUS JOXOAUT [0 MBI, OTBEYAIOIMX 3a IJIOTaHUE U JblxaHue. [Ipu 3Tom
uHTEIUIeKT 00JIbHBIX CMA a0comoTHO coxpaHeH. B CBsI3M ¢ BBICOKOI YacTOTON HOCUTEIBCTBA JEIICIHIA
rena SMNI1, kmmHUYECKUi aHAIM3 TAHHOTO 3a00NIeBaHUS SIBIISIETCS aKTyaJIbHBIM B CBSI3H C HA4aJoM
npoBenenusi reaHoi Teparu CMA B PecniyOimku benapyce: ans nedenus namuentoB co CMA B
benapycu BrepBble BBHIOJIHEHO BBEJEHUE CaMOro JOPOroro B MUpe '€HHOro Mpenapara JUuisl Je4eHus
CMA - onacemHoreH abenapBoBek (3oirencma).
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