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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™?,
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OCHOBHOMW N'EH SMNI PE3EPBHbIV FrEH SMN2
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HopmanbHoe
HepBHO-MblLEeYHoe coeguHeHune

VIDEO

PebeHok co CMA

14-17

e [eH SMNI1 oTCyTCTBYEeT WX HapyLleH

e [eH SMN2 obecneynBaeT npoaykumio Hebonbloro konmyecTra 6enka SM

e Nedpununt 6enka SMN npmBoanT K HeobpaTuMon aereHepauynm HEMPOHOB 1 NoTepe
MblLLEYHON YyHKLUMM npyu CMA> .

6,14,15,18
N .
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OCHOBHOMW NEH SMNI PE3EPBHbIVN FEH SMN2

ATpodpupoBaHHoOe
HEePBHO-MbILLEYHOE coeanHeHune

VIDEO

TeueHue 3aboneBaHusn

C 0 no 6 mecaueB

MporpeccupoBaHue 3aboneBaHnsa

bonee 90% naumeHToB co CMA 1 Tuna, He NoJsly4YaBLUUX JIe4eHns, NormnbHyT nnm éyayTt
HYXKOAaTbCSA B NOCTOAHHOW BEHTUAALMMN NErkux K 2 rogam>.

Kaxxpoas 3agep>xka B anarHoctuke CMA MoXXeT nNpmBecTu K HeobpaTuMbIM
XKU3HEYrpoXKaLWmMM nocneacTensam,

BuicTpoe BbisBNeHUe 3aboneBaHnsa MMeeT pelualouiee 3HaYeHue ONs 3aMensieHns
MJIN OCTAHOBKM €ro pa3BuTHs, co3aaBas yCNOBMA ONA Pa3BUTMA Hauyullero
oTBeTa Ha Tepanuio*'>*,

Image
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BbDKnBaemMocTb 75%
(81 mecaua)?®

BbhKmnBaemMmocTb 50%
(10,5 mecaues)?°

~
a
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BbDKMBaeMocTb 25% BbDKMBaemMocTb 25%
(13,6 mecsiua)®® (20 mecaueB)?°

HyTpuTmBHas noaaep)kka®
BeHTUNALMA nerknx

CHWKeHMe ABUTaTenbHo U GyHKLMn>

N
a
|

KpuTuueckuii sepuumT 6enka SMN v 6b1cTpas noTeps ABUraTesibHbIX HEiPOHOB'®2324

% BbKMBaHWNs 6e3 nocneacTemin®
3
1

BenkuBaemocTtb 50%

o

(8 mecsiueB)?!
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o
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6 8 10 12 14 16 18 20 22
Bospacr (B Mecsauax)

[ @ PNCR:BbhkmBaemocts CMATNa 1* @ NeuroNext: Bbx1BaeMocTs CMA TUNa1*

MpuMmeuyaHue.
PNCR: [leTcKne HeMpOMbILLEYHbIE KIMHUYECKNe NccienoBaHuns.

* Bb>KMBaeMoCTb 6e3 HeobXxoAMMOCTM B HENPEPLIBHON BEHTUASALMN Nerkmx = 16 4yacos
B JleHb B Te4eHune 14 aHen npm oTCYyTCTBUM OCTPOro obpaTumoro 3abonesaHns’®; n = 23
(maymeHTbl 1-ro TUNa ¢ 2 KonnuamMmu reHa SMNZ2). BeI>KnBaemMocCTb A4J19 UCCriegoBaHNS
NeuroNext = oTcyTCcTBME CMEPTU Unm nHTybauun; 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 mecsiues

MporpeccupoBaHue 3aboneBaHus

B To BpeMs Kak nayneHTbl ¢ anarHo3dom CMA 2-ro Tuna (¢ Ha4vasnom 3aboneBaHus B
BO3pacTe oT 6 0o 18 mecsueB), BO3SMOXHO, OCTUIHYT HEKOTOPbLIX 3TanoB MOTOPHOIo
pa3BUTMA B MePBbIE roAbl XXN3HW, Y BCEX MaLMeHTOB byaeT HabnooaTbCA sBHOE

M NporpeccupyloLlee yxyaleHve npu gantensHom HabnoaeHnn®,

Ka)kgas 3agep>xka B AnarHoctuke CMA 1-ro Tvna MOXKeT MpMBeCTU K HeobpaTuMbIM
XKU3HEYrpOXKaLWINM NoCNeacTBusamM,

BuicTpoe BbifiBNeHUe 3ab0sieBaHUA MMeeT pelualouiee 3HaYeHue ONsA 3aMmensieHns
MJIM OCTAHOBKMW €ro pa3BUTHs, co3aaBas YCNOBMA ONA Pa3sBUTMA Hauyullero
oTBeTa Ha Tepanuio*'>?,

Image



100 —
n
O 80 -
>
l_
P 60 -
(8]
(]
=
5 40 -
2
> p ——
= 20 *\\\
a

(0] T T T T
0 3 6 9 12
B mecsauax
% 2 Konmu reHa SMN2 3 Konmu reHa SMN2 - PazBuTHe
(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 **?®,
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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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