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MnasHan 3abonesaHua Mpenaparbl Meponpuatua ViHHoBauun INNO-MynbC

Anroput™ onddepeHLmnansHou
onardoctnkm CMA

YunTblBaA OTHOCUTENBHO BbICOKYIO YacToTy CMA, HeobxoavMo noao3pesathb AnarHo3d CMA BO Bcex Clyyanx TAXENON
MbILLIEYHOWM TMMOTOHUN

[narHo3 CMA 5g popmmpyeTca Ha OCHOBaHWM Xanob, aHaMHe3a, xapakTePHbIX KNMHUYECKUX CUMITOMOB
NPOKCUMaIbHON MbILLEYHOW FMNOTOHUM U MBILLEYHOW CNaboCTy, C AanbHENILUM NOATBEXAEHNEM AVarHo3a
pesynbTatamu MOfIeKyNAPHO-TEHETUYECKOrO TECTUPOBAHMA.

K OCHOBHbIM CMMMNTOMaM, KOTOPbIE ABNAOTCA OCHOBAHNEM
ona obAsartensHoro ncknoveHna CMA 5gq oTHOCATCA?:

° CI/IMMeTpI/NHaFI I'I/II'IOTpOd)l/IH M TUNOTOHMA MbILLL, MPOKCUMaSIbHbIX OTAE/10B KOHEeYHOCTEN
° CI/IMMeTpI/MHOG CHMXeHWe nnu BblnageHne ITIy6OKI/|X CYXOXUIbHbIX peq)ﬂeKCOB KOHEYHOCTEN

* MblweyHble dacumkynaumum, pacnpeaeneHme KoTopbix MOXET HOCUTL Kak reHepasnn3oBaHHbIN, Tak 1
CEerMeHTapHbIN xapakTep

¢ [locTypanbHbli TPEMOP PyK

KnnHnyeckume cumntombl CMA 3aBMCAT OT BO3pacTa AebioTa
3aboneBaHnA*":

Y MmnageHues 0o 6 mec*

* CYMNTOMOKOMMIEKC «BANOr0 pebeHkar':
CHUXEHUE MBILIEYHOTO TOHYCA,
pacnnacTaHHan nosa («nosa NAryLkmu»)
© YBENUYEHWE aMNnTYbl IBUXEHW B CycTaBax
HECMOCOBHOCTL MPUOBPETEHNA BO3PACTHbIX ABMUraTeNbHbIX HABBIKOB
* nnadparMasnibHoe AbixaHre 63 BO3MOXHOCTM OCYLLECTBNEHUA ABYX FMYBOKMX BAOXOB NOAPAL,

¢ TPYAHOCTM C COCaHMEM U TNoTaHneEM
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d)aCLI,I/IKyﬂJ'IFILLI/IVI MbILLLL A3bIKa

Han4ne KOHTPakTyp B KOMNEHHbIX 1 Ny4e3anACTHbIX CyCTaBax

Y npeten ot 6 go 18 mec?®

CUMMETPUYHAA NPOKCMMasbHAA MblleYHaA MMNOTOHWA U TNOTPOGKA

3a/iepxKa MOTOPHOIO Pas3BUTUA — HEBO3MOXHOCTL CTOATL, XOUTh

CUMMETPUYHOE CHUXEHWE UMK BbINAAEHNE FNyBOKMX CYXOXMNbHBIX PEGNEKCOB KOHEYHOCTEN
GacUMKYNALMMN MbiILLILL A3bIKA

TPEMOP NasbLEB BbITAHYTHIX PyK

NoAEPrvBaHNA MblLL, MPOKCUMaTbHbIX OTAENOB KOHEYHOCTEW

CNaboCTb MEXPEDEPHON MyCKyNaTypbl, AradparManbHOe abixaHue.

Y petew ctapwe 18 Mec 1 NOAPOCTKOB®

VMMETPUYHaA NPOKCUMabHAA MbILUEYHAA TMNOTOHUA U FTMNOTPOGUA- HUXHIUE KOHEYHOCTW MOPAXEHbI CUTbHEE,
4eM BepxHue

naaeHna Umn TPYOHOCTY MPK MOALEME U CMycKe MO NeCTHULE, 6ere, HaknoHe, NoabeMe 13 NONoXeHUA cuanA

NONOXMNTENbHBIN CUMATOM Fosepca: NauyeHT, ANA TOro YTobbl NOAHATLCA M3 MONOXEHWA Ha KOPTO4Kax, onnpaeTcAa
pyKaMi Ha 1o, 3aTeM NoaHMMaeTCA, ONMpPaAChb PyKaMn Ha KOJTeHU

BO3MOXHO Pa3BUTVE HapyLUEHWE X0abbbl — Ar36a3naA Mo TUMY «yTUHOW NOXOLKM»
MblLUEYHble GacuUmKynALMM

MOCTYpPanbHbIA TPEMOP PYK

Y B3pocCnbIx®

CYMMETPUYHAA I'l/II'IOTpO(bl/IFI M TUMOTOHWA MbILLL, NPOKCUMaslbHbIX OTAEN0B KOHEeYHOCTEN
CUMMETPUNYHOE CHUXEHNE NN BbilMageHne I'J'Iy6OKl/IX CYXOXUIbHbIX pe(l)ﬂeKCOB KOHEYHOCTEN

MbllEYHBIE GACLIMKYNALMM, PACMPENENEHNE KOTOPLIX MOXET HOCUTb KakK reHepanv3oBaHHbIN, Tak 1
cerMeHTapHbIi xapaktep

NOCTYPanbHbI TPEMOP PYK

NONOXWTENbHBIN CUMNTOM [OBEpCa: NaLUMEHT, iNA TOro YTo6bl NOAHATLCA M3 MONOXEHMA HA KOPTOYKAX, ONpaeTCH
pyKaMm Ha nos, 3aTeM NogHUMaETCA, ONMPanACh PyKaMm Ha KONeHu

BO3MOXHO Pa3BuTMeE HapyLleHWe Xoab6bl - A136a3uaA Mo TUMY «yTUHOWM MOXOLKN»

Cxoxan KnmHnyeckan KapTrHa MOXeT HabnoaaTbCA npv opyrnx HeBpPOJIOrN4yeCckKnx 3ab60/1eBaHNAX, YTO 3aTpynoHAaeT

anarHocTtmky CMA.,

Y 29% naumentoB co CMA 2 Tuna n 70% nauuentoB co CMA 3 Tvna nepBbiit HEBPOIOTMYECKUI
LAMarHo3 ycTaHaBMMBaeTCA HEBEPHO.®

Hanbonee yacTble onarHo3bl — «Mackmn», KOTOPble
yCTaHaBnmBaloTcA naumeHtam co CMA Bktovator’:



* (570 Myasthenia gravis v opyrvie HapyLweHna HEPBHO-MbILEYHOrO CUHaNca:
> (G70.2 BpoxpaeHHana nnv npuobpeTeHHaa M1acTeHna
> (G70.8 Opyrune HapyLieH1A HEPBHO-MbILIEYHOrO CHHanca
> (G70.9 HapyweHvie HepBHO-MbILWEYHOIO CUHANCA HEYTOUYHEHHOE

* G717 lNepBrYHbIE MOPAXEHNA MBbILLIL,

* 72 [pyrue mmonatuu

+ G72.9 Mnonatva HeyToYHEHHaA

G60 HacnencreeHHan 1 uanonatmyeckan HeBponatma
* 80 LlepebpanbHbiin napanuny

> G80.4 Atakcnyeckuin LepebpanbHbii napanuy

[na opnddepeHumanbHON AnarHOCTUKMA MOMUMO
dM3MKaNBHOro OCMOTPa PEKOMEHAOBAHLI CneanytoLLme
nabopartopHble 1 MHCTPYMEHTabHbIE METOAb!
obcnenoBaHmna *°:

* MOJeKynAPHO-TEHeTUYECKoe nccnefoBaHue Mytaunii B ree SMN1 ¢ onpeaeneHneM KonmyecTsa Konuin reHa
SMN2

* BUMOXMMUYECKMI aHanM3 KPoBWK ¢ onpeneneHnem KOK
* vronbyatan anektpomuorpadua (AMI) n cTuMynALMoHHaA anekTpoHepoMmorpadua (SHM)

* MarHuTHO-pesoHaHcHaA Tomorpadua (MPT) MbllLEYHOM CUCTEMBI

OBLWMIM ONarHOCTUYECKMIM anropuT™ anddepeHLmansHON
anarHocTmky CMA'

Metabonunyeckue
HesponaTtuun HapyLueHuA
(BonesHb Lapko-Mapu-Tyta) n (6onesHu Hakonnexus,
eHeTNYeCKoe MUTOXOHAMWAIbHbIE MUOMATUM,
TeCcTMpoBaHue n aungeMuun

ucenenosaHne
MeTabonmsmMa

BonesHn HeMpoMbILLEYHOrO XpOMOCOMHbIe 60M1e3HM

CUHanca AMI v IHMI leHeTnyeckoe
CMA TECTMPOBaHWE *  (tpucomua mo 13, 18 u 21 xpoMocoMme,
(BpOXAeHHbIE MUACTEHUYECKME curapom [pagepa-Bitnnn)
CUHAPOMBbI
KOK nnm roncua MPT
MbILLILY
3a6oneBaHnA MbILLILY CTpyKTYypHble aHOManum

(BpOXAEHHbIE MUOMATUW, MbILLEYHbIE FO/I0OBHOro U CNUHHOro
AUCTPOOUM, MUOTUHUYECKNE AUCTPOGUU) Mo3ra


https://med.roche.ru/diseases/neurology/spinal-muscular-atrophy/diagnostic/exclude-sma/

[ononHutenbHble MaTtepunalibl.

dspucaun® (pucannnam)

Mognuédukarop cnnaiicutra npe-MPHK reHa BbkuBaemMoctu
aBurarenbHbIx HempoHos 2 (SMN2), paspaboTtaHHbii AN
NeYeHUn CNMHaNbHOM MblweYHom atpoum (CMA)

Ceblnku:

MporpaMMa MonekynApHO-reHeTUYeCKom
avardHoctuku CMA

CKpVIHVIHI' HOBOPOXOEHHbIX AJ1A BbIABNEHUA
CMA

[narHoctuka cnmHanbHOM MblLlEYHON
atpodumn (CMA) y Bapocnbix

[JnarHocTtnka cnmHanbHOM MbILLEYHOMN
atpodun (CMA)y peteit
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ImaBHanA 3abonesaHua Mpenaparbl Meponpuatua MHHoBauun INNO-MynbC

O noprane MonoxeHne o koOH$UAEHLNaNbHOCTH Bxop ana coTpyaHuKos
Hawwm aBTOpbI MNpaBoBoe cornawexue

CoobwmThb 0 HEXENATENTbHOM ABNEHUN MonuTtnka onepatopa B OTHOWEHNUM

06paboTKM NepcoHanbHbIX AaHHbIX

MepuuunHckaa nidopmauma

Hactpoiiku ¢pannos cookie

Kapra canra

VHCTPYKLM MO MeAMLMHCKOMY NPUMEHEHMIO aKTyaslbHbI Ha MOMEHT CO3aaHNA MaTepuana. AkTyanbHble MHCTPYKLUM pasMellaioTca Ha caite roche.ru B Katanore
npoaykumnn. | AO «Poww-Mocksa», 107045, r. Mocksa, Tpy6Has niowwas, Aom 2 at/nom/koM 1, 1, 42. | email: moscow.reception@roche.com | Bce npasa satmiieHs! |
VHpopMaLma Ha aHHOM BeG-CaiiTe NpeaHasHayeHa A MeanUMHCKMX paboTHUKOB. | CanT npeaHasHayeH ToNbKOo 1A NoCeTUTENen, HaxoaaLmxca B Poccuinckom

depepaumm.
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