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CnuHanbHas
MbiLleYyHada aTpodua —
TAXXenoe MOHOreHHoe
3aboneBaHue’?

Moyemy npu nogo3peHun Ha CMA HyXHO
AenCcTBOBaTb He3aMeaUTesNbHO



CnepyeT NOMHUTb O paHHMX cumntomax CMA
M pearmpoBaTb Ha HUX CBOeBpeMeHHO

CMA okasbiBaeT 3Ha4YMMoe BJIMSiHUe

Ha XXU3HU l'laLl.VIEHToB5’13!15‘18

HepBHoO-MbILLIeYHble 3a60neBaHnsA, Takue Kak CMA, aBnsatoTcsa
OAHUMM U3 CaMbIX PacrnpoOCTPaHEHHbIX U TAXKEJIbIX MOHOI€HHbIX
3aboneBaHUi’

¢ /IsaBecTHO 60nee 10 000 MOHOreHHbIX 3abofieBaHui Yenoseka'

* MoHoreHHble 3a6oneBaHuns nopaxatT ~1 u3 100 yenosek'

CnuHanbHaga MmbilweyHasa atpodpua (CMA) — pepkoe
MHBanNUAnU3upyLiee MOHoreHHoe 3aboneBaHme?*

* CMA BbisiBnisieTca y HOBOPOXAEHHbIX®

* XapakTtepuayetcs

4YTO NpuBOOUT K

2 | X | o

Mpo6nemam Oproneanyecknm
C AbIXaHvem npo6nemam

MblLeyHowm OTcyTcTBUIO
cnaéoctu WY CHUXXEHMIO
pednekcos
(apedonekcun)

e [leneums nnn myTtauuns NPUBOAUT K AeddnLmnTY
6enka SMN, 4To npuBoauT K pa3sutmio CMA&-"

] MMEET peLuatoLlee 3Ha4YeHne s BbDKMBaHUS
HEMNPOHOB 1 Nepepadn NMMNYbCOB OT HEMPOHOB K MbILLEYHbLIM
knetkam®

Be3 nevyeHus CMA sBnsieTca BepyLlen NpUYMHON MiapgeH4eCcKomn

CMEepTHOCTN Cpeau reHeTu4eckux sabonesaHnmn'"

CMA - pasHopopHas rpynna Hacyie,CTBEHHbIX 3a6osieBaHUM
pa3nuYHoN CTENEHN TAXKECTU, CPeAU KOTOPbIX BbIAENaoT

HeCKONbKO TUMNoBS'415

60% cnyuaes CMA oTHocsTCS K

* D10 Hanbornee TAXenas U pacnpocTpaHeHHas nocTtHatanbHas popma CMAS15-18
* CMMNTOMbI 06bIYHO Pa3BMBAKOTCA B BO3pacTe A0 6 MecsLueB, U 6bICTPO

nporpeccupyoT219.20

* 3abonesaHve MaHUECTUPYET B BUAE MbILLEYHOW MMMNOTOHUN U BbIPaXKEHHOWN

MbILLEYHOM cnabocTn'20
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Cnoco6HOCTb MNepesopamsanie Cuperne 66}2 Cnoco6HOCTb CamocTosTenbHas
yaepXvearb noaaepxkun CTOSATb C xofp6a'
rono.y 2! noaaep>XXKon nnu
CcaMOoCTOsITeNbHO 2!
LB T e AT Bes neyeHns getu Hukorga
HaBbIK yRepkneare rorosy He OOCTUTHYT HEKOTOPbIX 3TanoB
1 nepeBopaymnBaThbCs, HO ObICTPO A gasmmmg‘
TepsoT 3TU CnocobHOCTUNS?! P
o,
27% cnyuaes CMA 12% cnyuaes CMA
OTHOCHATCA K OTHOCSHATCA K
~ q
. MoxeT yTpatutbcs 4 CniocoGHocTs
CHOCOﬁIiIOETb cnpgetb's CTOATL M XOAUTL
‘w i d B paHHeM feTtcTee's
' Hecnoco6HocTb
CTOSITb UNN XOQUTb ‘ ‘ LocTuxenne
A CamMoCTOATENBHO 3 B3POCNIOro
1 NOTPEBGHOCTL B aKTMBHON ‘ ’ Bo3pacTa's
NoAAEPXMBAIOLLIEN
Tepanun'
Bes neyeHus - VY yacTu naymeHToB
o 25-netHero — cpegHero Bo3pacrta
BO3pacTa OoXMBaloT nosiBnseTcs
b 70% 60nbHbIX™ noTpe6HOCTb
o B MHBasIMAHON Konsicke'®

PaHHss guarHocCTUKa U nie4eHue SBNSIOTCA KPUTUHECKU BaXKHbIMN OISt TOro,
YTO6bl CHU3UTb CKOPOCTb NMPOrpeccUpoBaHus AereHepauum HeMpoHoB'222




Hauny4ywnu tepanestudyeckum acpcekr
y nauymeHTtoB co CMA obecneumBaeTt neyeHue
Ha paHHeu ctaguu?

PaHHsasa gpuarHoctuka CMA saBnsieTcsl XK USHEHHO
Heo06X0AMMOMW, NOCKOJIbKY NOBPEXAEeHUe MOTOHEUPOHOB,
BO3HMKaloLLee B OTCYTCTBUE Jle4eHns, HeobpaTumo''4

Jlro6asn 3apepxKka npu noctaHoBke guarHoza CMA 1 Tuna moxet
npeacTaBNAaTb Yrpo3y AJIA BbDKMBAHUA MOTOHEPOHOB, BNUSAA
HenocpepcTBEHHO Ha HEMPOMbILLEYHYI0 (PyHKLMI0™42

CyLuecTByeT y3Koe TeparneBTM4YeCcKoe OKHO, B Npefenax KoToporo
neyeHue CMA Haub6onee achcheKTMBHO?

JleyeHne CMA Ha NO3gHUX CTafmsiX He MOXET B MOJSTHOW Mepe 06ecneynTb

nauueHToB CO He Nosy4aBLUNX JIeHeHMs], 050
3Ha4YMMOE yryHLleHme.?*

[0 Bo3pacTta 2 neT, b0 y HUX BO3HUKIA HEOOXOANUMOCTb B MOCTOSIHHOM
pecnvpaTopHOI NOAAepXKe K 9TOMy BO3pacTy'®

JocumnToMHas
BbpkmBaemocTb 75%

(8,1 mecsiueB)'™

BbnkmeaemocTb 50%
75

*

(10,5 mecsues)'®

Beixueaemoctb 25%
(13,6 mecsiueB)'™®

BenkusaemocTtb 8%
(20 mecsiueB)™®

‘aemoe passuTtue

HyTputnBHas nopnepxka'®
50 -
PecnupaTopHas noaaepxka'®

IHOW BbIXXMBAEMOCTHU

CHUXeHWe MOTOPHOI hyHKLM'™®

25 4

Kputunueckui fecomumt 6enka SMN u 6bicTpas yTpaTta MOTOHEpOHOB®2-25

Beixueaemoctb 50%
(8 mecsiLeB)®
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BospacT (B MecsiLiax)

% 6eccobbITh

OCHOBHble

Poxpexve Y ronosbl C Xopb6a

Y
v :-.:,!

Mo matepuanam Serra-Juhe C and Tizzano EF®

B3pocnas XusHb

. PNCR: BbbkvBaemocTb npy CMA 1 Tuna** . NeuroNext: BbbkmBaemoctb npn CMA 1 tuna**

Mo matepunanam Finkel RS, et al. 2014, Kolb SJ, et al. 2017,%* Anderton RS and Mastaglia FL. 2015,°
Finkel RS. 20132 and Swoboda KJ, et al. 2005.°

* Bes neuenns Bce naumeHTbl co CMA 2 Tuna geMOHCTPUPYIOT YeTKoe
N NporpeccupyoLlee yxyaLeHue coCcTosaHma6

e [aumeHTbl co CMA 2 Tuna 4acTo HaxoAsTcs B OTHOCUTENbHO CTabUIbHOM
COCTOSIHUW B TEYEHNE KOPOTKMX NepnoaoB BpeMeHu (6 nnm 12 mecsiLes),
O[iHaKO NPV [ONrOCPO4HOM HabMNOAEHNM OTMEHaeTCs NpPorpeccmpytoLas
yTpata dyHKUmMIA®

Bbproe HanpasJieHUe Ha reHeTU4eCKyr ANarHoCTuKy siBiseTcs Knro4vesbiM BbICTpoe HanpaBfieHMe Ha reHeTUYeCKoe UccnefoBaHne XXU3HEHHO

Heo6XxoAuMO ANA yny4lleHus NporHo3a y nauueHTos co CMA32

AN OCTAaHOBKW UMM 3aMefJIeHMsi IPorpeccupoBaHus 3a6oneBaHus U NO3BoJNAET
npoBecTy Tepanuio ¢ Hauny4wnm achcpekTom' 1427




Mpu nopgo3peHun Ha CMA He3amennuTenbHO e MeauuumHckyro nomowb npu CMA gosxeH

HanpaBﬂﬂVITe nauyueHToB Ha reHeTn4eckoe ol KoopAuHUpoOBaTb cCrieLlnanucT, OCBenOMHEHHbIVI
TecTupoBaHue!3? ’ O TeyeHuu 3aboneBaHna*
* Heo6xoanmocTtb cnepgyetpaccmarpusartb CMA — 370 TsiXXenoe nHBanuaguaupyoLiee 3aéonesaHue, Tpebyliee

Kak MOXHO paHbLLe y Nnoboro pebeHka ¢ nunm oKa3aHus MEANLMHCKON NOMOLLIM BPavyoM, MMEIOLLMM ONbIT paboThl

C HEPBHO-MbILLEYHbIMUY 3a60neBaHUAMNS
e [eHeTU4YeCcKMne TeCTbl Ha BbISIBIIEHME MyTauuWii B reHe
1 onpeneneHne KonnmyecTea Konuii reHa SIBNSIOTCS BbICOKOTOYHBIMU. B BegeHun naymeHToB co CMA Knto4eBbIM SIBNSIETCS
MYNETUANCLUNIIMHAPHBIA NMOAX0 C BOBNIEYEHMEM Pa3fINyHbIX
cneumnanmctos®
KnuHuyeckoe nogospeHve
Ha CMA nnu

CKPUHUHI HOBOPOXAEHHbIX npu noao3peHnn Ha CMA
npep‘anHMMaﬁTe CpPO4HbIE Mepbl:

SMN1

TecTMpoBaHue
(MLPA unu gPCR)

1. BoisBNneHue/HanpaBneHue
Pacno3HaBaHue OCHOBHbIX

KJNMHn4Yecknx cumntomos CMA
M Kak MOXHO 6onee 6bicTpoe
HanpaBJieHue Ha uccnepoBaHue’®3%3

0 Konuii MoaTrBepxaeHue SMN2
SMA 4YMCIO KOMWiA
2. leHeTn4Yeckas guarHoCTuUKa
* MporHocTMyeckas Mpu nogo3peHun Ha CMA Heo6xogUMoO '
LEHHOCTb HeMefaNeHHO ggggfmu reHeTu4ecKy
onpepenexHus ANarHocTuky>====
MyTauus CTeneHn TAXeCTH
1 Konus SMN1 CMA
CeKBeHMpoBaHue H * BO3MOXHOCTb %
€T HemMenJsIeHHOro
MyTaLMM cTapTa Tepanmm 3. [lnarHocTuKa n nevyeHue
onpegensTcs peaynsratamu
reHeTn4ecKoro nccrsiegoBaHus, Npu KOTOpom
PaccmoTpeHme ycTaHaBnMBaeTcs (DEHOTUM U MPOBOAUTCS
=2 KOnuu APYTUX oLeHKa CoCTosHUS naumeHTa®3334 t
COCTOSHWUN

Cxema n3 matepuarnos Mercuri E, et al. 2018.%

BbICTPOE HanpaB/ieHUe Ha reHeTMYECKOe UCCNefoBaHNe XU3HEHHO BbicTpoe HanpaBneHne Ha KOHCYNLTaLMIo K cneunanucTty
W Ha3HaYeHWe HeOGXOANUMOIi Tepanuu SBNSIOTCSA peLLaloLWUMm

B y/y4lUeHUU NporHo3a y naymeHToB co CMAS3!33

Heo6xoAuMo ANA ynyyleHUa ucxoaos y nauueHtTos co CMA32
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HINE — HeBponoruyeckoe o6cnefosaHne aeten nepsoro roaa xusHu no Xammepemuty; MLPA — mynstunnekcHas
amnnudukaumus nurupoBaHHbix 3oH40B; NeuroNext — OG6LLECTBO COBEPLLEHCTBOBAHMUS KIIMHUHECKUX UCCNER0BaHWIA

B o6nacTu HeBponorun; PNCR — O6LLECTBO KIIMHUYECKUX UCCIE[0BAHMI HEMPOMBILLEYHbIX 3a60MeBaHuii B neauaTpum;
KMLP — konnuyecTBeHHas nonmmepasHo-LenHas peakuns; CMA — cnvHanbHas MbilleyHas atpodums; SMN — 6enok
BbIKMBAeMOCTU MOTOHepoHOB; SMNT — reH BbDKMBaEMOCTU MOTOHepoHOB 1; SMIN2 — reH BbKMBaeMocTn
MOTOHENPOHOB 2.

*N = 33 pebeHka nepsoro roga xu3Hu co CMA 1 tuna, koTopble 06bI4HO HE MO CUAETHL 63 ONopPbl, GbINK BKITIOYEHbI

B uccnenosaHue. OCHOBHbIE 3Tarbl Pa3BUTHS OLIEHMBANIUCH C NMOMOLLIbIO HEBPOJIOTMYECKOro 06crejoBaHUs eTel Nepeoro
ropa xw3Hu no wwkane Xammepcmuta (HINE)?'.

MakcumanbHbIn HabpaHHbIvi 6ann coctasun 1 13 4 ans 13 geTel, YTO ykasblBaeT NMLLIb HA YaCTU4HOE AOCTUXEHVE
KOHTPOBHOW TOYKK?'.

*MMo LwKane oLeHKN HaBbIKOB CUAEHUS, NepeBOpaqYMBaHmNs, NON3aHNs, CTOAHUA UK X0AbObI BCE NaLMeHTbl Habpanm

0 6annos n3 42'.

**BeccobbITuitHas BbbkmBaemMocTb Ans PNCR = oTcyTcTBME CMEpPTM U OTCYTCTBUE NOTPEGHOCTY B HEMPEPbLIBHOM
pecnupaTtopHoii nogaepxke >16 4acos B fieHb B TedeHne 14 gHeln npy OTCYTCTBUAN OCTPOro

3a6onesaHus; n = 23 (nauueHTbl co CMA 1 Tuna ¢ 2 konusimu rena SMN2) ™. BbkvBaemocTb Ans NeuroNext = oTcyTcTBME
CMEpPTU 1N NOTPEBHOCTU B MHTY6aumum; n = 20%,
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Martepuan nogrotoBneH komnanuei 000 «HoeapTuc ®apma». Tonbko ANd MeAULIMHCKUX U thapMaLeBTUHECKUX
pa6oTHMKOB. [INsi pacnpocTpaHeHusl Ha TeppuTopumn Poccuiickoi defepaumm B MecTax npc MeauL

unu chapmaLeBTM4ECKUX BbICTaBOK, CEMUHAPOB, KOH(hEePEHLUI U UHbIX MOAO0GHBLIX MEPONPUATUIA

1 B NpefHa3HaueHHbIX ANs MEAULMHCKUX U (hapMaLEBTUHECKMX PaGOTHMKOB CreLnanm3upoBaHHbIX NevaTHbIX
uspaHusaXx.
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