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Bpems — cyeT nget Ha HeMpoHbI'

CMA | Tvna y MnaaeHues

F'MnoToHua MnapeHues PopHble 6paTtbs Pogutenn®s
(cuHppoM «BANOro pebeHka») WUnu cecTpbi®® B ctatyce
C BbisiBneHHor CMA vnu noaTBEP>XAEHHOro
Hanu4yune HavYanbHbIX Bonee no3gHue NpUsHaku: noao3peHneM Ha Hee HocuTens MyTauui
CUMNTOMOB: * 6ynbbapHble HapyLLeHus B reHe SMIN1
* nporpeccupytoLLas cnabocTb (cnabocTb MbILLL, POTOBOW
° r1Mno- nnu apednekcus MOSIOCTU U FNOTKM (Cnabbli KPUK)
* paCLMKyNALMM A3bIKa e cnaboe yaepXvBaHue rosioBbl
* NaToONOrnMYeckum XapakTtep ¢ BAJl0O€ cocaHne
AblIXaHna ® NbiXaTesibHaa HeaoCTaTO4YHOCTb

* CNaboCTb NULIEBbIX MbILLIL|
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HepombiweyHble Mpouune 3a6onesaHus

3aboneBaHus: C MyNbTUCUCTEMHbIMU

°* BPOXAEHHbIE MMONaTnm NPoOsIBSIEHUAMMU:

* BpOXAEHHasA MUOTOHMYecKas ¢ 60nesHb Momne
anctpodoms e cuHagpoM lNpagepa-Bunnu

Mpu nopgo3peHun Ha CMA — reHeTU4YeCKoe TeCTUPOBaHUE Ha Hanu4Me MyTauum (aeneuumn) B reHe

SMN1 v onpegeneHne Konu4yectsa Konun reHa SMN2"4

*leHeTnYecKas auMarHoCTMKa C MOMOLLIbIO: MLP, MYSILTUMEKCHON amnimdmkaLym MMrmpoBaHHbIX 30HA0B (Mipa), KNLup Unn CEKBEHMPOBaHWEM HOBOIO MOKOSEHWs (NGS) Ha YMCIo Konuii smn1 1 smn2.

1. Govoni A., et al. Mol neurobiol. 2 siHBaps 2018. Doi: 10.1007/s12035-017-0831-9. 2. Prior T.W. and finanger e. Ncbi bookshelf 2000. JoctynHo no ccblinke: https://www.ncbi.nlm.nih.gov/books/nbk1352/?report=printable. 3. Wang C.H.,
et al. J child neurol. 2007; 22: 1027-49. 4. Arnold D., et al. Muscle nerve. 2015; 51(2): 157-67 5. Mendell J.R., et al. N engl j med. 2017; 377: 1713-22. 6. Lin C.W., et al. Ped neurol. 2015; 53: 293-300. 7. Qian Y., et al. Bmc neurol. 2015; 15:
217 doi 10.1186/s12883-015-0473-3. 8. Bodamer O.A. et al. Spinal muscular atrophy up to date 2018. [octynHo no ccbinke: https://www.uptodate.com/contents/spinal-muscular-atrophy. 9. Oskoui M., et al. Ped pulmon. 2017; 52: 662-8.
10. Prendergast P. et al. Paediatr child health. 2010; 15: 514-8. 11. Nih U.S. national library of medicine. JocTtynHo no ccbinke: https:/ghr.nim. Nih.gov/condition/ prader-willi-syndrome#statistics. 12. Amburgey K., et al. Ann neuro. 2011; 70:
662-5. 13. Dasouki M., et al. Neurol clin. 2014;32:751-ix. 14. Mercuri E., et al. Neuromusc disorders. 2018; 28: 103-115.

TonbKo Ans MeAULIMHCKUX U hapMaLieBTUHECKMX paboTHUKOB. [Ins pacnpocTpaHeHus B MecTax np WX UK chapMaLeBTUHECKNX BbICTaBOK, CEMUHAPOB, KOH(DePEeHLMIA U MHBIX MOA0GHbIX MEPONPUATUIA.
00O «Hoeaptuc ®apma», 2021. 125315, Mocksa, JleHuHrpaackwii np., A4.70. Ten.: 8 (495) 967 12 70, dhakc: 8 (495) 967 12 68.




OudhdepeHumnanbHas
AnarHocTuka

BpoxxpeHHas

CuHgpom
MWOTOHU4YecKas

Mpapepa-Bunnu

auctpodms | Tna

BpoxpaeHHble
MuonaTum

Bones3Hb
Momne

3a6onesaemMocTb 1 Ha 10 000 1:3 500-1:16 000 1:10,000-1:30,000 1:26,000 1:40,000
BbipaxkeHHas
M'MnoToHus
rMNOTOHUSA

'no- nnun
apechnekcys MopaxeHune LIHC
dacumkynsaumm s3bika
Abixarenshas HapyLieHns gbixaHus
He[0CTaTO4YHOCTb Py A

CuMmeTpUYHbIe

HapyLUeHus,

Cna6ocTs npokcMmarbHble Crabbiii KpK [MpokcnmaneHble >

> OUCTalbHBbIX, OucTanbHbIX

cnabocTb pyK >

cnabocTb B HOrax
Bsinoe cocaHue
Cna6ocTb NULEBbIX
MbILLILY
lenaTtomeranus
Kapauomeranus
OcnabneHHble CnabocTb 60orblue
OcCHoOBHbIe OtcyTcTBHE Kapgvnomeranus

), NOVARTIS

otnuuma ot CMA

ObiXaTesibHble

(*)aCLlMKyJ'IﬂLI,VII/I A3blKa pe(bﬂeKCH penko

B MPOKCHMaIbHbIX
oTaenax

n renatomeranuna

0O603Ha4YeHus

Tunu4Hblie
cumnTombl CMA

Tunu4Hblie
KIIMHUYecKne
CUMMNTOMBI

opyrux
3aboneBaHumn

HenoarteepxneH-
Hble KNUHNYecKne
CUMMTOMbI

1. Bodamer O.A. et al. Spinal muscular atrophy up to date 2018. [locTynHo no ccbinke: https://www.uptodate.com/contents/spinal-muscular-atrophy. 2. Wang C.H., et al. J child neurol. 2007; 22(8): 1027-49. 3. Prior T.W. and finanger
e. Ncbi bookshelf 2000. JocTynHo no cebinke https://www.ncbi.nlm.nih.gov/books/nbk1352/?report=printable. [lata o6patlexus: pekabpb 2018 r. 4. Oskoui M., et al. Ped pulmon. 2017; 52: 662-8. 5. Prendergast P., et al. Paediatr
child health. 2010; 15: 514-8. 6. Nih U.S. national library of medicine. [locTynHo no cceinke: https://ghr.nlm.nih.gov/ condition/ prader-willi-syndrometstatistics. 7. Amburgey K., et al. Ann neuro. 2011; 70: 662-5. 8. Dasouki M., et al.

Neurol clin. 2014; 32: 751—ix.
TonbKo Ans MeAULIMHCKUX U hapMaLieBTUHECKMX paboTHUKOB. [Ins pacnpocTpaHeHus B MecTax np

273879/C&G/Digital/08.21/0

WX Unn chapmMaLeBTUYECKMX BbICTABOK, CEMUHAPOB, KOH(hePEHLUI U UHbIX NOA0GHLIX MEPONPUATUNA.

00O «Hoeaptuc ®apma», 2021. 125315, Mocksa, JleHuHrpaackwii np., A4.70. Ten.: 8 (495) 967 12 70, dhakc: 8 (495) 967 12 68.



