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NHdpopmauma o cnnHanbHON MblevyHon aTpodumum (CMA)
Image

CNABbIN
Ay

MPU KOPMAEHWA
WINOTAHAA

NUHcdopMauma 0 CMIMHAJNILHOWU MbILLEYHOM
atpocdpumn (CMA)

OOpaTuTe BHMMaHUe Ha paHHUEe CUMMNTOMbI CMUHAJIbHOW MbILLE4YHOU aTpocumn
(CMA)*?

Ona peten co CMA paHHAS ANArHOCTUKA XXM3HEHHO Ba)kHa. TO CBSI3aHO C TeM, 4YTo ntoboe
noBpexxaeHne ABuraTesibHbIX HEMPOHOB CMMHHOIo Mo3ra HeobpaTumo™”.

Y10 Takoe CMA?

CMA siBnisieTcs BTOPbIM MO PacnpoCTPAaHEHHOCTU paTaslbHbIM ayTOCOMHO-PELLECCUBHbBIM

3aboneBaHueM nocne Mykosucumnaosa. CMA ocTaeTcsa Begyllen reHeTUYeCcKon NpuyYnHom

0eTCKomn CMEePTHOCTWN B OTCYTCTBUE TepaneBTU4E€CKOro BMellaTenscTea™ ™.

Image

CMA BcTpevaeTcsa y npumepHo 1 13 10 000-12 000 HOBOPOXOEHHbIX BHE 3aBUCUMOCTMU OT

pacbl unm nona®*.



Image

Bonee 1 n3 58 yenosek ABNAOTCA HOCUTENAMU MyTaL NN, KOTOPas Bbl3blBaeT
3abonesaHne®.

CMA 1-ro 1 2-ro TUNoB ABASIOTCSA Hanbonee TAKEbIMU N PAacNpPoOCTPaHEeHHbIMU hopMaMu C
NepBbIMA CUMATOMaMK, BO3HUKAOLWUMK B NEPUo Mexay poxxaeHnem n 18 mecauammn®*°

MpuunHsl CMA

B opraHmnsmMe ecTb pe3epBHbIN reH SMN2, ogHaKo OH crnocobeH Npon3BoanTb TOJIbKO
HeboNbLIOEe KONNYECTBO PYHKLMOHaNbHOro 6enka SMN, KOTOPOro HeAOCTaTOYHO AN
BbKUBAHWA U (PYHKLMOHMPOBAHMNA MOTOPHbIX HellpoHos® 18,

3A0poBbIA pebeHoK

e benok SMN Heobxoaum oNns BbI>XXUBAHNS HENPOHOB 1 POPMUPOBAHNSA HEPBHO-
MbILLIEYHbIX COeANHEHNN".

e SMN1 — 3TO OCHOBHOW reH, KoTopbi KoanpyeT 6besniok SMN. SMN2 asnseTcs
pe3epBHbIM reHom™?,



PebeHok co CMA

14-17

e [eH SMNI1 oTCcyTCTBYEeT WIN HapyLleH

e [eH SMN2 obecne4ynBaeT NPOAYKLMIO HEBONLLLIOro KonndecTBa benka SMN®*58,

e lecbnunt 6enka SMN npueBoaunT K HeobpaTMON AereHepaunm HENPOHOB U NMoTepe
MbILLEYHON PYyHKLMUKN npyu CMA>,



TeuyeHue 3ab00neBaHunA

C 0 po 6 mecaueB

MporpeccupoBaHue 3aboneBaHns

bonee 90% naumeHToB co CMA 1 Tuna, He Nosy4YaBLUUX NIeY4eHuns, NornbHyT nnm éyayTt
HY>XOaTbCSA B MOCTOAHHOW BEHTUIALMMN JIErKUX K 2 rogam™,

Ka)kpgas 3agep>xka B AnarHoctuke CMA MoXeT NpuBecTy K HeobpaTyMbIM
XKU3HEYTrpPOXKaLWINM NoCNeacTBusaM,



BbICTpoe BbifiBJieHMe 3a0oneBaHusa nmeeTr pewaouiee 3HaveHue Anda 3aMmensnieHusd

MJIM OCTAHOBKM €ro pa3BUTHs, co3aaBas yCNOBMA ONA Pa3BUTMA Hausyyluero
oTBeTa Ha Tepanuio*'>*,

BbnkmnBaemMocTb 75%
(8,1 mecaua)®®

BenkmBaemoctb 50%

754 (10,5 mecsaueB)?°®

BbDKnBaemMocTb 25% BbDKMBaemMocTb 25%
(13,6 mecsiya)?° (20 mecsaues)?°

HyTpuTnBHas noaaepxkka®®
BeHTUNsALUA nerkmux>

CHW)XeHwve ABUraTenbHou GyHKLMN>

n
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|

Kpntunueckuii gepunumt 6enka SMN v 6b1cTpas noTepsa ABUraTesIbHbIX HelipoHoB'S2324

Be>kuBaemocTtb 50%

% BbIXXVBaHWA B6e3 nocneacTBmin®
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Bo3pacr (B MecsaLax)

[ @ PNCR:BbikuBaemocts CMATUNa 1* @ NeuroNext: BbixnBaemocTs CMA TUna1*

MpumMmeyaHue.
PNCR: [leTcKne HeMpOMbILLIEYHbIE KIMHUYECKNE NCCreq0oBaHUS.

* Bb>XnBaeMocCTb 6e3 Heo6xoa4nMOCTM B HEMPEPLIBHOW BEHTUNAALNN NErKMX = 16 4acoB
B [leHb B TeyeHune 14 aHen npu oTCYTCTBUN OCTPoro obpaTmumoro 3abonesaHna’’; n = 23
(naywmeHTbl 1-ro TnNa ¢ 2 Konuamu reHa SMNZ2). Bbi>knBaeMocCcTb ON18 UCCnenoBaHus
NeuroNext = oTcyTcTBME cMepTn nnm nHTybaummn; n = 2021.

ApanTtupoBaHo Anderton RS and Mastaglia FL. 201515, Finkel RS. 201324, Finkel RS, et al.
201420 and Kolb SJ, et al. 201721.
C 6 no 18 mecsiueB

MporpeccupoBaHue 3aboneBaHus

B To BpeMs Kak naumneHTbl ¢ AnarHosom CMA 2-ro Tuna (c HavYasnoM 3aboneBaHus B
BO3pacTe oT 6 A0 18 MecsaLEeB), BO3MOXXHO, 4OCTUIHYT HEKOTOPbIX 3TanoB MOTOPHOIr0
Pa3BUTUS B NepBble rofibl XKN3HW, Y BCEX NauneHToB byneT HabntogaTbCca sBHOe

1 NporpeccupyoLlee yxyalweHme npu 4amtensHom HabnwogeHnn®,

Kaxxgas 3agep)xka B gnarHoctuke CMA 1-ro Tuna MoXKeT NpuBecTu K HeobpaTnMbIM
XU3HEYrpoXKaoLMM NocneacTsmam™,

BbicTpoe BbifiBNieHMe 3abosieBaHUs MMeeT pelualoliee 3HaYeHue s 3aMensieHus
MJIM OCTaHOBKM €ro pa3BUTHUS, CO3AaBas YCJI0OBUSA A1 Pa3sBUTUA Hauyuluero
oTBeTa Ha Tepanuio*' %,
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(O6bIlvHO CMA 1-ro TUNa; (O6bIuHO CMA 2-ro TMna; 3g0poBoro pebeHka
Ha4vano 0-6 Mecaues?"?) Ha4ano 6-18 mecauers”?)
MpuMmeuyaHue.

TIMPSI: O6Wwmin TecT oueHKN ABUraTesibHOM aKTUBHOCTU MJladeHLeB.

ApnanTtupoBaHo Kolb SJ, et al. 2017.

Ba>KHOCTb paHHen AMAarHOCTUKMU

PaHHAA amarHocTuka CMA Heob6xoauma gna*>?’:

e Buibopa npaBuibHOW CTpaTernm BefeHns naumeHTa u paHHero Havyana 6onesHb-
MoAnULMpPYOLLLEN Teparnnu.
e ObneryeHuns cTpecca U Harpy3Kku, KOTOpble UCMbITbIBAOT POACTBEHHUKN NaLMEHTa.

UccnepoBaHusa noka3sbiBaloT, 4To npu CMA paHHee MeAUMLMHCKOE BMellaTes/IbCTBO
paeTt HanbonbLylo nonb3y **?®,

Image



MpeacMnTOMHas
dasa

Bo3MOXXHOCTb

PoxxpeHue Yoep>xuBaHue CupgeHue Xopbba B3pocnas XusHb
ronosbl

NMpumMmeuaHue.

ApanTtupoBaHo Serra-Juhe C and Tizzano EF, 2019".

BalLuu cBOeBpeMeHHble AeWCTBUS MOryT NpeaoTBpaTUTh HeobpaTuMblie
nocnepcteua CMA*>1%%°,
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