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NHdpopmauma o cnnHanbHON MblevyHon aTpodumum (CMA)
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WINOTAHMA

UHcdopMauma 0 CNIMHAJNILHOWU MbILLEYHOM
aTtpocdum (CMA)

ObpaTuTe BHUMaHME Ha paHHME CUMNTOMbI CUHANILHOW MbiILLEeYHOU aTpodun
(CMA)*?

Ons peten co CMA paHHAS AMAarHOCTMKa XXMU3HEHHO Ba)kKHa. 9TO CBSA3aHO C TeM, 4To ntoboe
noBpexxaeHne ABuraTesibHbIX HEMPOHOB CMMHHOIo Mo3ra HeobpaTumo™”.

Y10 Takoe CMA?

CMA saBngeTCca BTOPbLIM MO PacnpOCTPaAHEHHOCTMN (haTalbHbIM ayTOCOMHO-PELLECCUBHbBIM

3aboneBaHueM nocne Mykosucumnagosa. CMA ocTaeTcsa BegyLlen reHeTUYeCKol NpPUYnHoOm

NeTCKowm CMEPTHOCTWM B OTCYTCTBUE TepaneBTNYECKOro BMelwaTenscTea’™'.

CMA BcTpevaeTca y npumepHo 1 n3 10 000-12 000 HOBOPOXXAEHHbIX BHE 3aBUCUMOCTU OT

pacbl unm nona®*’.



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,



BuicTpoe BbifsBNeHUe 3aboneBaHusa MMeeT pelualouiee 3HaYeHue ANs 3aMmensieHns
MJIM OCTAHOBKM €ro pa3BUTHs, co3aaBas yCNOBMA ONA Pa3BUTMA Hausyyluero
oTBeTa Ha Tepanuio*'>*,

BuimMBaemMocTs 75%

(8,1 mecaua)*™

BeiXXMBaeMoOCThL 50%
75 (10,5 mecaues)™®

BbXKMBaeMoCTk 25% BbDKWBaEMOCTb 25%
(13,6 mecaua)™ (20 mecaues)™

HyTpuTHBHaA nogaepxKa™®
50

BeHTUNALMA nerkux

CHMWXKeHWe ABUraTensHoR GyHKLUMKW?
25
Kputuuecknii geduumr Genka SMN 1 6bicTpan noTeps ABUraTenbHeiX HeilpoHos'™ 24

% BbIXKUBaHWA Bez nocnegcTBMA®

BuiKkMBaeMocTs 50%

(8 mecaues)?
0 | | | | —® T : . : | | | | T ]
a 2 4 6 8 10 12 14 16 18 20 22 24
Bospacr (8 mecauax)
‘ @ PNCR: BeixnBaemocts CMATUNa1* @ NeuroNext: BexmBaemocts CMATUNA 1*
NMpumMmeuaHue.

PNCR: leTckne HempoOMbIlWEYHbIe KIIMHUYEeCKe NCcnenoBaHuns.

* Bb>KnBaeMocCTb 6e3 Heob6xoanMOCTM B HEMPEPLIBHOW BEHTUNSALNN NErkKMX = 16 4acoB
B [leHb B Te4eHune 14 OHen npu oTCYyTCTBUM OCTPOro obpaTumoro 3abonesaHns’®; n = 23
(nauneHTbl 1-ro TNa ¢ 2 KonnusaMm reHa SMNZ2). BbDKMBAaeMOCTb OJ1 MCccnenoBaHns
NeuroNext = oTcyTcTBME cMepTn nnm nHTybaumm; 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 po 18 mecsiueB

MporpeccupoBaHue 3abonesaHus

B To BpeMs Kak naumeHTbl ¢ gnarHosomMm CMA 2-ro Tuna (c Ha4anom 3abonesaHus B
BO3pacTe OT 6 00 18 mecsaueB), BO3SMOXHO, 4OCTUIHYT HEKOTOPbLIX 3TanoB MOTOPHOIro
pa3BUTUA B NepBble roAbl XXN3HW, y BCeX naumneHToB byaeT HabnogaTbCcsa aBHOe

U nporpeccupytolliee yxyaleHme npu aanTesbHom HabnogeHnn®,

Ka)xoas 3agep>xka B guarHoctmke CMA 1-ro Tuna Mo)XeT NpuBecTn K HeobpaTuMbIM
XKU3HEeYrpoXKaLwWwmM nocneacTasmam’’.

BbicTpoe BbifiBJIeHUE 3aboneBaHus nMmeer pewlalouiee 3HaveHue anga samensieHusa
MUJIN OCTAHOBKM €ro pa3sumTtusa, co3paBas ycJioBua AJ2i4 Pa3BUTUA Hauny4dllero

oTBeTa Ha Tepanuio®'®?,
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MpuMmeuyaHue.

TIMPSI: ObWwmin TecT oueHKU ABUraTesibHOM aKTUBHOCTU MJladeHLUeEB.

ApanTtupoBaHo Kolb SJ, et al. 2017.

Ba>XHOCTb paHHEeN AUArHOCTUKM

PaHHsAA puarHoctuka CMA HeoOxopauma pgnsa>>?’:
 Bbibopa nNpaBuJibHOM CTpaTerun BeJeHns nauveHTa u paHHero Havasna 6ose3Hb-
MoAnULMpPYOLLLEen Teparnnu.
e ObsieryeHmnsa cTpecca u HarpysKu, KOTOPbIe UCMbITLIBAOT POACTBEHHUKN NaLueHTa.

UccnepoBaHua nokasbiBaloT, 4To npu CMA paHHee MeAULUMHCKOEe BMellaTeNbCTBO
naeT HanbonbLyio nonb3y'**?®,

Image



MpeacuMnTOMHas
daza

Bo3MOYXXHOCTb

PoxxpeHune YoepXmnBaHme CupeHue Xopgbba B3pocnas »X13Hb
ronosbl

MpuMmeuyaHue.

ApnanTuposaHo Serra-Juhe C and Tizzano EF, 2019,

Baluu cBOeBpeMeHHble AeWCTBUS MOryT NpeaoTBPaTUTh HeobpaTuMblie
nocneacreus CMA*>1%%°,
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