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CMA — NHBATMAN3VPYIOLLLEE
HEMPOMBILUEYHOE 3ABOJIEBAHUE
C AYTOCOMHO-PELECCMBHbIM
TUNMOM HACNEAOBAHUA,
XAPAKTEPU3YIOLLLEECA

KnnHunyeckn naymeHToB ¢ CMA 4acTo pasgenstoT Ha rpynnbl
Ha OCHOBaHMW GeHOTUNNYECKNX OCOBEHHOCTEe B COOTBETCTBUN
C BO3pacToM Hayana 3aboneBaHuUs 1 MaKCUMaibHbIM YPOBHEM
pasBUTUA MOTOPHbLIX HaBbIKOB.> OZHaKo Aaxe B rnpejenax
KaXZoro ¢eHoTrna TAXKeCTb CMMNTOMaTUKU 3HAYNTE/IbHO
BapbupyeT, 1 noutn 25% aetei He MOryT 6bITb TOUHO OTHECEHbI
K TOMY nnv nHomy Trny CMA.4

DETEHEPALEI

MOTOPHbIX HEIPOHOB

M NPOrPECCUPYIOLLIE NOTEPE
MbILLUEYHOI CUNbI'?

KNTMHWYECKWIA CNEKTP CMA2*

HAYANO B MJIAAEHYECKOM BO3PACTE

T™no

CHW)XeHHas gBuUraTenbHas akTUBHOCTb
Wi ee oTCyTCTBUE €LLIe A0 POXAEHUA

. Bbipa)keHHas cnabocTb

AbixaTeNibHasA HEA0CTaTOYHOCTb —
rnasHas npobnema

DacuUKyNALMN MblLLULL A3bIKa

OuyeHb KOpoTKas oXxugaemas
MPOAO/HKUTENbHOCTb XXN3HU (06bIYHO
MeHee 6 MecsLEeB)

™n1

CMNTOMbI NOSABAAIOTCA Ha 1-6 MecsiLLe XXN3HN
Mnoxoe yaep>kaHme ronossbl
DacUMKYNALMN MbILLLL A3bIKA

Cnab6ocTb MbILLL, NieY 1 beaep

HapylueHune gbixaHus 1 TPYAHOCTb
KOPMJIEHUSI — PUCK acnmpaumm nuLm
CnAWT TONbKO C NoAAEepP>KKOMA

KopoTkas oxxunpaemas
MPOAO/HKUTENIbHOCTb XXU3HWU (4acTo MeHee
2 ner)

T™n 2

CrMNTOMBI MOSABAAIOTCA Ha 7-18 mecsaue
KU3HW

MopepruBaHma MbiLL, NieYy 1 beaep
Cna6ocCThb MbILLL, HUKHEW YentocTn
Mo>KeT caMOCTOAITe/IbHO CUAETD,

He CrocobeH XoAnTb

CHW)KeHHas oxXugaemas
NPOAOHKNTENBLHOCTb X3HU (HO 6onee 2 neT)

T™n 3

CrMNTOMBI MOSIBNAIOTCA nocne 18 mecsauesB
KU3HU

HapacTtatowias cna6éoctb MbiLL, 6eaep

CamocTosATenbHas xoAb6a, cnocobHOCTbL
K KOTOPOW C TeYeHNEeM BpeEMEHN MOXET
yTpaurBaTbCs

Pu1ck pasBUTHS 0XKMPEHUS 11 0CTeonoposa

HeT CHU)KeHus oXXngaemoii
NpPOAOHKNTENBHOCTU XXU3HU

TN 4

OB6bIYHO CUMMTOMbI MOABAAKOTCA NOc/e
30-neTHero so3pacta

Cna6ocTb MbILLL, ey 1 6esep
CamocTosiTenbHas xoaL6a,

HO BMOCNEACTBMMN MOTYT NOSBUTHCS
TPYAHOCTY C NepeABUXeHVeM

HeT cHUXXeHuns oXxnpaemon
NPOAC/IHKNTENIbHOCTU XXU3HU
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CokpalleHus: CMA — CnnHaneHas MblweyHas atpodus. 1. Faravelli |, et al. Spinal muscular atrophy-recent therapeutic advances for an old challenge. Nat
Rev Neurol. 2015;11:351-9. 2. Lunn MR, Wang CH. Spinal muscular atrophy. Lancet. 2008;371:2120-33. 3. Wang CH, et al. Consensus statement for standard
of care in spinal muscular atrophy. J Child Neurol. 2007;22:1027-49. 4. Kolb SJ, Kissel JT. Spinal muscular atrophy: a timely review. Arch Neurol. 2011;68:979-

84.5. D'Amico A, et al. Spinal muscular atrophy. Orphanet J Rare Dis. 2011;6:71.

CP-254008



CMA — PELKOE Obuwas pacnpoctpaHeHHocTb CMA cocTtaensiet 1,31-1,87 cnyyasa Ha 100
3ABO/IEBAHVE*, XOTS TbICAY 4enoBek, a 3abonesaemoctb CMA cocTtaBnsieT 8,5-10,3 cnyuas
B OBLLEV NONyAsuUmn Ha 100 TbICAY HOBOPOXKAEHHbIX.*’

;L:;Q?&EEOMSM?EHEM OAHakKo nokasaTenv 3a60/1eBaeMoCTu 1 pacnpocTpaHeHHocT CMA Bapbu-
N PYIOT B 3aBMCMMOCTM OT Tvna 3a6onesaHus. Tun 1 xapakTepusyeTca ca-

MOVi BbICOKOVI 3260/1eBaeMOCTbIO 1 COCTaBNSAeT OKOMO MOOBUHbLI BCEX
AVNarHOCTUPOBAHHBIX C/yYaeB, OAHAKO KPaliHAS TaxecTb 3Toro Tuna CMA
SBNSIETCH MPUUYMHON ero HU3KOW PacNPoOCTPaHEHHOCTMN

MpnbnnsntensHo 1 n3 50 yuenosek B 06LLE NONYASLNN ABNSAETCA HOCUTe-
nem reHa CMA.>3T1o oLeHKaM 3KCNepToB, Cpean xuTtenein EBponbl Hacun-
TbiBaeTcA 12-18 MUNNINOHOB HOCUTENEe 3TOro reHa.>8

ObbluHO 06a poauTensa pebeHka ¢ CMA aABAAOTCA 6€CCUMMITOMHBIMU HO-
cnTenamu 3abonesaHus. Eciv oba cynpyra ABASIOTCA HOCUTENSAMMN reHa
CMA, To puUCK poxaeHns 60/1IbHOro pebeHka cocTaBnsdeT 1 K 4 npu Kaxzaomn
6epeMeHHOCTH, a WaHC Toro, YTo pebeHoK 6yaeT 6€cCMMNTOMHBLIM HO-
cuTenem, coctasngdet 1 k 2.21°

SABOJIEBAEMOCTb

9,10
W PACMIPOCTPAHEHHOCTb CMA* HAC/IEAOBAHVE CMA

HOCUTE/Nb CMA @ HOCUTENb CMA @)

3ABOJIE- PACNPOCTPA- POAUTENN
BAEMOCTb HEHHOCTb
HA 100 000 HA 100 000
™ni 3,2-7,1 0,1-0,15 A A A A
AETN LN SN SN AN
™mn i 1,0-5,3 0,57-0,67 ) )
340POBbLIN HOCUTENTb CMA BOJIbHOU
PEBEHOK l CMA
AR I 1,5-4,6 0,64-1,05
JldqaVrey 250, 50% 25%

*MeHee ogHoro cnyyas Ha 2000 Yenosek.

CokpatyeHnsa: CMA — CnvHanbHas MblleyHas atpodums. 1. EURORDIS. What is a rare disease? Available at: http://www.eurordis.org/sites/default/files/
publications/Fact_Sheet_RD.pdf. Accessed Nov 2016. 2. Sugarman EA, et al. Pan-ethnic carrier screening and prenatal diagnosis for spinal muscular atrophy:
clinical laboratory analysis of >72,400 specimens. Eur ] Hum Genet. 2012;20:27-32. 3. Prior TW, et al. Newborn and carrier screening for spinal muscular
atrophy. Am ] Med Genet A. 2010;152A:1608-16. 4. Jones C, et al. Systematic review of incidence and prevalence of spinal muscular atrophy (SMA). Presented
at the European Paediatric Neurology Society Congress, Vienna, Austria; May 27-30, 2015. Poster PP09.1-2352. 5. Arkblad E, et al. A population-based study
of genotypic and phenotypic variability in children with spinal muscular atrophy. Acta Paediatr. 2009;98(5):865-72. 6. Jedrzejowska M, et al. Incidence of spinal
muscular atrophy in Poland-more frequent than predicted? Neuroepidemiology. 2010;34(3):152-7. 7. Ogino S, et al. New insights on the evolution of the SMN1
and SMN2 region: simulation and meta-analysis for allele and haplotype frequency calculations. Eur ] Hum Genet. 2004;12(12):1015-23. 8. World Population
Statistics. http://www.worldpopulationstatistics.com/population-of-europe/. Accessed Nov 2016. 9. Tisdale S, Pellizzoni L. Disease mechanisms and therapeutic
approaches in spinal muscular atrophy. ] Neurosci. 2015;35:8691-700. 10. Cure SMA. Understanding SMA. http://goo.gl/HfUaDE. Accessed Nov 2016.
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NMPU CMA

B MOTOHEPOHAX

CNMVHHOIO MO3rA .

HABNHOAAETCSA MoTOHepOoHbI KOHTPONUPYOT PAbOTY MbILLL, 06ecneYrBarOLLX

HEAOCTATOK )XMSHEHHO BbIMNOHEHVEe TakuX PYHKLNIA KaK AbIXaHWe, Mo3aHne, Xoab6a,
BAXXHOIO BE/IKA,

e e yAepXXaHWe 1 HakNOH rofoBbl, FNoTaHme.?

BbDKMBAEMOCTI
MOTOHENPOHOB, NN
SMN (SURVIVAL OF MOTOR
NEURON)'

CMA  xapakTtepusyetcd  pas-
pyLieHnem MOTOHEeNpOHOB
B CMWHHOM MO3re, BbI3BaHHbLIM
HeJOoCTaTKOM 6efika, KOTOopbIi
Ha3biBaeTcd SMN.?

HEPBHO-MbILUEYHASA CUCTEMA — Be3 BXOASALMX HEPBHLIX NM-
MOTOHEWPOH B NEPEAHEM POTE nyl1bCOB OT MOTOHE/poHOB
CNMMHHOTO MO3rA MbILLIEYHbIE KNeTKW 3HaunTeNb-

HO YMEHbLUAKTCA B pa3Mepax,
UYTO CTaHOBUTCA I'Ipl/ll—II/IHOl7I Mbl-

eHAPUTEI -
Aexnp Lwe4yHou cnabocrtun.?

cobToaT CUrHanbl

wTi
)
a A

S
1 ok, AKCOH
A 4 nepeaaer cUrHanbl
L HepBHO-MbIlLEYHOE

coegMHeHne

—— Mbllwie4yHoe BONOKHO

CokpalleHuns: CMA — CnvHanbHas MblweyHas atpodus; SMN (Survival Motor Neuron protein) — 6en10ok BbK1BaeMoCTu
MoToHerpoHoB. 1. Lunn MR, Wang CH. Spinal muscular atrophy. Lancet. 2008;371:2120-33. 2. Cure SMA. Understanding SMA.
http://goo.gl/HfUaDE. Accessed Nov 2016.
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CMA PASBUBAETCA B1995r 6blNa BbIiBNEeHa reHeTn4Yeckast OCHOB BUTUSA
B PE3Y/JIbTATE OAy bblnia /leHa reHeTnYyeckas ocHoBa pas

rOMO3UIrOTHO CMA — OTCYTCTBYHOLLMIA NV YCEYEHHbIN FeH B XpoMocome 5913,
AENELUAN NN CerofHs n3BeCTHbIM Kak reH SMN1.2

MYTALWUW, FeH SMN1 oTBeTCTBEHeH 3a BblpaboTky 6eska SMN, KOTopbii
3ATPATMBAIOLLEN Ha BbICOKOM YPOBHe 3KCnpeccpyeTcsi B CNMHHOM Mo3re
F’EH SMNT' N HEOBXOAMM AN NOAAEPXKAHVSA XKM3HECNOCOBHOCTY MOTOPHbIX

HelpoHOB.3
HOPMA®> CMA3

SMN2

npe-MPHK SMN1

MPHK SMN1

HopmanbHbIiA NosHOLEHHbIA 6enok SMN

MNP CMA HAPYLUAETCA
PABOTA FrEHA SMN1
[OMO3UroTHbLIE MyTaL MK
Wnu geneummn reHa

SMNT BefyT K CUHTE3Y
YKOPOUEHHOV GopMmbl
6enka SMN, uto
BbI3blBaeT rmbenb

CokpalleHuns: CMA — CnvHanbHas MbilweyHas atpodus; SMN (Survival Motor Neuron MIGTTEIRIAIEP R ] POl o=
protein) — 6e/10k BbIKMBAEMOCTM MOTOHelipoHoB. 1. Prior TW, Finanger E. Spinal Muscular B NepeAHnX porax
Atrophy GeneReviews®. https://www.ncbi.nlm.nih.gov/books/NBK1352/. Accessed Nov CTBOJ1a MO3ra

20176. 2. Lefebvre S, et al. Identification and characterization of a spinal muscular atrophy- Y CAVMHHOIO MO3ra.
determining gene. Cell. 1995;80:155-65. 3. Lunn MR, Wang CH. Spinal Muscular Atrophy.
Lancet. 2008;371:2120-33.
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BE/IOK SMN )XWSHEHHO Benok SMN npeacraBnseTt cobo nonvnenTng, COCTOALLNY U3 294 aMUHOKMCOT.
HEOBXOAWM AnA OH obHapyxmBaeTcs BO BCeX OpPraHax 1 TKaHsaX, HO Ha BbICOKOM YPOBHe 3Kcrpec-
noAAEPXXAHWA CUPYeTCs B CMMHHOM MO3re 11 abCoMTHO HEOBXOANM AN NoAAePXKaHNA XXU3He-
XXUN3HECMOCOBHOCTUA CMOCO6HOCTN MOTOPHbIX HEAPOHOB.'

I 1
LSl o el JedexTbl v geneunn reHa SMNT BefyT K 3HaUNTENbHOMY YMEHbLLUEHMIO CHTE3a

6enka SMN 1 k nocnegytoLLei rméenn MOTOHEPOHOB B NepPeAHNX porax CTBOAA
MO3ra 1 CMMHHOro Mo3ra.’

CneuyupuUUecKmnii MexaHmn3M, 06 bACHSOLLMINA, KakM 06pPa30oM CHIKEHME CUHTe3a
6enka SMN BegzeT K rmb6enn MOTOPHbIX HEPOHOB, NMOKa eLle He ycTaHoB/eH.? [1ns
JeTanbHOro nsyyeHusa pyHkUmm 6enka SMN TpebyeTcs obLuMpHas nccnegoBaTesbekas
paboTa, HO yXe CeroAHs NojlyyeHbl JaHHbIe, yKa3biBatoLLMeE Ha BO3SMOXHYH PoJib
3Toro 6esKka B MeTabonmsme pmb6oHyKenHoBoii knucnotbl (PHK).2

NEPEAHWIA POT CMMMHHOIO MO3TA"

HopmanbHasa TkaHb CMA — oTcyTCTBME MOTOPHbIX
6e3 npusHakos CMA HeNpOHOB
B oy et e g R FEEay SRk e et
b e A, Tt e TR R o % % e
; oy Uy Rk SRR R e oo IR O %
- e SR R - L . 2 : i
2 T \ LR ¥ 1 \ & ¥ - 7, e " . B - Ak :_r >
a e I —- 1 s - = L - | ‘L x
l-' r’ e, .“l- - --.\ "‘. q"."._‘h— ‘ ¥ b £ '_: T
' ia ,,.-_.. L] & 'l - # "3 o’ '-‘. .- » 2
b A A e Niotesk g | L s r R SR Lo i
» O-MOTOHEMPOH - == 58 meoroenierie, SHESRISY
BRI Sl Ai A ST A G R A S TR & LN
e . ] ] o E - - & LT,
..! P / ST \‘ = 'f o . = 5 : s
E [ F S - 5 'y s o > R

Ony6ankoBaHoO ¢ pa3pelleHuns Lunn MR, Wang CH.
Lancet. 2008;371:2120-33.

CokpaweHunsa: CMA — CnnHaneHas MblleyvHas atpodus; SMN (Survival Motor Neuron protein) — 6e10K Bb>XKMBaeMoOCTH
MoTOHelpoHoB. 1. Lunn MR, Wang CH. Spinal Muscular Atrophy. Lancet. 2008;371:2120-33. 2. Faravelli |, et al. Spinal muscular atrophy-
recent therapeutic advances for an old challenge. Nat Rev Neurol. 2015;11:351-9.
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NMPAKTUNYECKA
Y BCEX BOJIbHbIX
CMA BbIABJIAETCA

FeH SMN2 npakTnuyeckn naeHtTunyeH reHy SMN1 1 otiinyaeTtcsa ToJibKo 5 Hyke-
oTugamMu.

3aMeHa LMTO31MHA Ha TUMVH B 3K30He 7 YBe/INYMBAET YacToTy UCKJTIOYEHWSA 3K30-
Ha 7 B npoLecce TpaHckpunumn. B pesynbtaTe 0 90% Bcero KonmnyecTsa 6enka
SMN, KOTOpbI CUHTE3NPYETCA B pe3y/bTaTe TpaHckpunumn reHa SMN2 asnaetca
HedyHKUMOHaNbHbIM.? He6onbLuoro konu4vectea HopmanbHoro 6enka SMN He-

AYBNPYIOLLUIA
FEH SMN1, _
OBO3HAYAEMbIA

1,2 -~
KAK SMN2" AOCTaTOUHO A/ NOAAEPXKAHMS XN3HECNOCOGHOCTU MOTOHEPOHOB. *

Yucno konuia reHa SMN2 y naumeHToB ¢ CMA liMpokKo BapbupyeT. bonee Bbico-
Koe Yncno Konuii reHa SMN2, Kak npasuio, acCoLMMPOBAHO C MEHbLLEN TAXECTbIO
3aboneBaHNs, O4HaKO 3Ta CBSA3b He IMeeT MPSMOro NPOrHOCTUYECKOro 3HaYeHNs
N He AOJIXHA CNYXNUTb OCHOBaHMEM A1 BbIbOpa TakTUKW NedeHns.*® YunTbiBas
noTeHumansHoe onpegenstoLlee BangHne reHa SMN2 Ha TaxecTb 3a60n1eBaHNs, OH
AIBNSAETCA MULLEHbIO ANS NCCNefyeMbiX npenapaTos AN neveHns CMA.

FEHbl SMN1T N SMN2 NP CMA34

HOPMAJIbHASA 3KCIMPECCUA 3KCNPECCNA TEHA SMN2
FEHA SMN1 MNP CMA
SMN2
- __1 1

v v

MPHK SMN247 MPHK SMN2

He o6pasyioLmii on1Mromepos, HecTa- HopmasnbHbIVi NONHOLEHHBIA
6MNbHBbIV YKOPOUYEeHHbI 6enok SMN 6enoxk SMN

aNbHbIV NONHE JiBes
6enoxk SMN W S
' 80-90% 10-20%

BbicTpoe paspyLueHve

CokpauieHus: CMA — CnnHanbHas MbileyvHasa atpodus; SMN (Survival Motor Neuron protein) — 6e10K BbXXKMBaeMOCTV MOTOHEPOHOB; npe-MPHK —
npejLIecTBeHHNK MaTPUYHOM pUBOHYKNEMHOBOW KMcoTbl; MPHK — mMaTpuyHas puboHyknenHoBas kucnota. 1. Lefebvre S, et al. Identification and
characterization of a spinal muscular atrophy-determining gene. Cell. 1995;80:155-65. 2. Mailman MD, et al. Molecular analysis of spinal muscular atrophy and
modification of the phenotype by SMN2. Genet Med. 2002:4:20-6. 3. Lunn MR, Wang CH. Spinal Muscular Atrophy. Lancet. 2008;371:2120-33. 4. Faravelli |, et al.
Spinal muscular atrophy-recent therapeutic advances for an old challenge. Nat Rev Neurol. 2015;11:351-9. 5. TREAT-NMD. Diagnostic testing and care of new
SMA patients. http://www.treat-nmd.eu/downloads/file/standardsofcare/sma/english/sma_soc_en.pdf. Accessed Nov 2016. 6. Butchbach ME. Copy Number
Variations in the Survival Motor Neuron Genes: Implications for Spinal Muscular Atrophy and Other Neurodegenerative Diseases Front Mol Biosci. 2016;3:7.
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Ana ANArHOCTUKIN
CMA npoBOANTCHA
MOJTEKYJIAPHO-

FEHETUYECKOE
TECTUUPOBAHUE’

KNHOYEBbIE
ANATHOCTUNYECKWUE
NMPU3SHAKWA

TMNOTOHWA
* MbILL, TyI0BULLA
* MpokcrmanbHbIX rpynmn
MbILLILL KOHEYHOCTEN
* HMXKHMEe KOHeYHOCTN
NopaxaroTcs Yalle, Yyem
BEpPXHUEe

OTCYTCTBUE PE®JIEKCOB

DACLMKYNALUN
MbILLEYHbIX BO/IOKOH
A3bIKA

MonekynsapHoO-reHeTn4yecKni aHanms MOXeT
NCMONb30BaThCA  ANS  BbIABEHUS TFOMO3WUIOTHOM
aeneuymn 3k3oHa /-8 BreHe SMN1, koTopas ABNAETCA

npunymnHom passntsa CMA noyutn B 95% cnyqaeB2

ANTOPNTM ANATHOCTUKWN CMA*

m— lMoaTeepxaerHne guarHosa CMA —>]
m— CukBeHuposaHme SMN1
B oooncc poncro /
2= 2 konuii

TporHocTuyecKkas OLeHKa TSKecTu
pa3suTus 3a6onesanms 1

Tecr
VEEPEEIIE Ha oTCyTCTBUE
Ha CMA SMN1

MLPA unu kMUP

MpUHUMaTL BO BHUMaHUE:

Apyrvie BUAb! MbILLIEYHbIX
arpoguii nnn HM3

* KnuHuyeckne cuMnToMmbl

« Cemeiiblii aHamHes

HecMOTps Ha TO, UTO YUMo Konui reHa SMN2 MOXHO onpeAennTb C KOIMYeCcTBeH-

HbIM aHaNN30M reHa, 3TV TeCTbl He MOTYT UCMO0JIb30BaThCs AJ1sl NPOrHO3MPOBaHUs
TAXKecTn 3aboneBaHums.?

B ocTaBLUmXxca cnydadax nayneHTbl BePOATHO ABAAKTCA HOCUTENAMM KOMIMayHA-Te-

TEPO3UrOTHOM MyTauuK, U MPU BbISBIEHWW TOIbKO eAVHNYHOM Aeneunn cnesyet
NpoBecTV cekBeHMpoBaHue reHa SMN1.'

HecmoTps Ha TO, YTO CKPMHUHroBOE o6cnepoBaHme HOBOPO>KAEHHbIX MOKa elle He aBnseTca CTaHAapTHOﬁ
HpaKTMKOﬁ, BpeMs A0 NOCTaHOBKWU AMarHosa CMA umeeT Ba)kHeliLLee 3HaveHme. nPVIHVIMaﬂ 3a OCHOBY ecTe-

cTBeHHoe TeueHne CMA y aeTeid, MOXKHO YTBEPXKAAaTh, UTO PaHHSASA ANArHOCTMKA U BMeLLaTe/IbCTBO MO3BONAIOT
yNyyLlWwnTb Ucxoabl 3a6oneBaHus.’

CokpaugeHus: KOK — kpeaTnHkmHasa; SMI — anektpommorpadus; MHM — nccnegosarvie HepeHoli nposognmocty; CMA — CninHanbHas MbllweyHas atpodus. 1. Wang CH, et al. Consensus
statement for standard of care in spinal muscular atrophy. J Child Neurol. 2007;22:1027-49. 2. Faravelli |, et al. Spinal muscular atrophy--recent therapeutic advances for an old challenge. Nat
Rev Neurol. 2015;11:351-9. 3. Ogino S, et al. Inverse correlation between SMN1 and SMN2 copy numbers. Eur ] Hum Genet. 2003;11:275-7. 4. Lunn MR, Wang CH. Spinal Muscular Atrophy.
Lancet. 2008;371:2120-33. 5. Rothwell E, et al. Public attitudes regarding a pilot study of newborn screening for spinal muscular atrophy. Am ] Med Genet A. 2013;161A:679-86.
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B Hauane 3aboneBaHVs MPOMCXOAUT HapacTaHUe MOTOPHbIX HAaBbIKOB,
CMA 1-3 TUMNOB 3aTeM AOCTUraeTcsa MUK VX Pa3BUTIA C MOC/eAYIOLMM Perpeccom
e (Hayano CMA) 1 nocTeneHHOW yTpaTo MOTOPHbIX HaBbIKOB, KOTOPas
NPONCXOAUNT Hanbonee 6bICTPO Ha PAHHUX CTaAMSX 3aboneBaHmS.

CXogHoOW
AVNHAMUKOW
NPOrPECCMPOBAHUNA'

®A3bl MPONPECCUPOBAHNA CMA'

AOK/NTMHWNYECKASA noAOCTPASA XPOHWYECKASA
DA3A DA3A DA3A

YTpata MOTOHENPOHOB/MbILLEY- | YTpaTa MOTOHepoHoB/ | lpouecc BoccTaHOB/e-
HOW TKaHW HOCUT MPOrpeccupy- | MblLLEYHOWN TKaHW f0- HWS MOTOHEPOHOB
oL XapaKTep, HO He AOCTUra- | CTUraeT KpUTNYeCcKoro

eT KpUTNYEeCKOoro nopora nopora

KnuHuyeckne npossreHus JoBo/IbHO 6bICTpast No- | MoTeps MOTOHepOHOB/

NMPaKTN4YeCK OTCYTCTBYHOT TepsA MOTOHEVIpOHOB/ MbILLEYHOM TKaHW BbIXO-
MbILLIEYHO TKaHU AUT Ha YPOBEHb MJ1aTo

HapaCTaHVIe KNNHNn4e- CDyHKLI,I/IOHa}'IbeIe

CKOW CUMMATOMATUKI MOTOPHbIE BO3SMOXHO-
CTW MOTYT OCTaBaTbCA
CTabubHbIMU B TeYEHMe
MecqaueB N net

NMPOrPECCMPOBAHUE

CMA 1-3 TUIMOB! HopmanbHoe passutue

N CMA 3 TUNA

HaBbIKOB

§~..---
Baabbll CMA 2 TUINA

Mpro6peTeHmne MOTOPHbIX

T ' : . :
3 6 9 12 15 18
Bospact (MecsiLbi)

CokpauwjeHuns: CMA — CnunHanbHasa MblleyHas atpodus. 1. W. David Arnold et al., Spinal Muscular Atrophy: Diagnosis and
Management in a New Therapeutic Era. Muscle Nerve. 2015 Feb; 51(2): 157-167.
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MbiweyHasn cnaboctb npu CMA aBasieTcs NpUYNHON pa3sBUTUA MHOTO-

CTAHAAPTbI UNC/IEHHbIX OC/IOXKHEHUIA:'
JNNEYHEHNA CMA

PA3BUBAIOTCS * AbIXxaTenbHasA HeAO0CTAaTOUHOCTb, 0CO6eHHO Npu CMA 1 1 2 Trna?

* HacTo HabntoaalTcs 0CNoXKHEeHUs co cTopoHbl XKKT, B yacTHOCTM 3ano-
pbl N XeNnyAoUHbI pedntokc?

+ OpToneauyecKkme oC/I0KHEHUS, 0CO6eHHO CKOIMO3 (AHOMaJIbHOe UCKPUB-
NeHvie MO3BOHOYHMKA), MepesioMbl U BbIBUXM 6epa, 4acTo HabogaroTcs
npv CMA 2 n 3 Tnna*

B HacTosLwee Bpema gna nedeHna CMA nc-  bonibLuoe 3HauyeHue MeeT MeXANCLNNAN-
No/sb3yeTcd NoAAep >XKUBaloLLAaa Tepanusa, HapHbI KOMaHAHbLIN NOAXOA K iedeHnio CMA.2
BK/IHOYAKOLLAaA NaninaTUBHYIO NMOMOLLb 1/

[ ) N )
Nnn I'IpEBeHTI/IBHbIe BMeLlaTeNlbCcTBa.3
MYNbTUANCLMNIVHAPHbIA Naument

NANNTNATNBHOE NEYEHWE noaxoA K IEHEHUHO CMA M ceMbsl

YnydlleHne KauecTBa XXU3HU 1 yMeHbLUeHe
cTpecca v guckomoopTa.

@ . ny/IbMOHONOF/
FpYMeHeHne HeVHBa3NBHOM BEHTUNALMN NErkKmnX HEBPONON ggcfhlmﬂ"éc:“%%
nomMoraeT nsbexaTb rocnuTanmsaumm n Heobxo- ‘ HEVIPOMEAVATP . TEPANVU
AVMOCTW BbIMOJIHEHWSA TPAXeoCTOMUMN.
=N
. MEACECTPe .
MPEBEHTVBHOE JIEYEHVE . W CPEAHIIA . PEABMITONON/
MEANEPCOHAN NOronea
Llenb cocTouT B NPOAIEHUN XXU3HWN 1 NOBbILLIE-
HUM KayecTBa XU3HU 33 cYeT MeAULNHCKOro ] ] o CTEUMANVCT
BMeLLaTeNbCTBa. [1s yNyyLLleHWs NPOLLeCcCcoB Abl- (a ﬁ MO ®U3NYECKOIA
XaHWUS Y MUTaHVSA UCMONb3YHOT MPUHYANTENbHYHO HAARHA AL Ut
BEHTUALMIO NIEFKMX, TPAXeOCTOMUIO U 30HA0BOE P Y
KOpM/eHue.
. BPAY OBLLEV ED
NMPAKTUKWN AVETONOI
HoBble pekomeHzaLmy no neveHno CMA (2017 r.) . ..
aKLLeHTUPYOT BHUMaHME Ha BaXXHOCTU paHHel A co ; opTo
~ UWANbHBbIN (a XWNPYPr-OPTONEA,
ANArHOCTUKN N PAHHEr0 MeAULMHCKOro BMe “ PABOTHUK ¥ A Joptesucr

LaTe/IbCTBa, YTO NMNO3BONAET ONTUMN3NPOBATb
neyeHne naymneHTa.

CokpauyeHuns: CMA — CnvHanbHas MblleyHas atpodus. 1. D'Amico A, et al. Spinal muscular atrophy. Orphanet ] Rare Dis. 2011;6:71. 2. Darras BT. Spinal
muscular atrophies. Paediatr Clin North Am. 2015;62:743-66. 3. Wang CH, et al. Consensus statement for standard of care in spinal muscular atrophy. J Child
Neurol. 2007;22:1027-49. 4. Haaker G, Fujak A. Proximal spinal muscular atrophy: current orthopedic perspective. Appl Clin Genet. 2013;6:113-20.
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MbILUEYHASA C/ZIABOCTb

NP CMA ABJTAETCA JleueHnEeM OC/IOXKHEHMIA CO CTOPOHbI OPraHOB AbIXaHWUSI, KOCTHO-MbILLEYHOM
MPUYNHOW PA3BUTUSA CUCTEMbI /I HAPYLLUEHW, CBA3AHHbIX C HeJOCTaTOUHbLIM MUTAHVEM, 3aHVMAaTCA
MHOTOUYUNC/IEHHbIX COOTBETCTBYHOLLME KOMAHAbI CreLuanncToB.?

OC/TIOXXHEHWUIA,

TPEBYIOLLX MOMOLLM

o @
CNELMANTNCTOB'
NAUMEHT N CEMbA

(5

e o
M O

I'IMHbMOHOI'IOI'/CﬂELI,I/IA.HI/ICT PEABUINTONOI/ AWETONOr XUPYPTI- CNMEUMANNCT B
MO PECMNPATOPHOW TEPANN JNIOToneg OoPTONEA/ Mno PN3NYECKOWU
OPTE3NCT TEPANA
PECMVPATOPHAS HYTPUTVBHAS OPTOMNEAVNYECKASA
NOAAEP)KKA?3 NOAAEP)KKA MOMOLLb25

NMOTEHLAJIbHbIE NMPOBJIEMbI MOTEHUANbHBLIE MPOBJIEMbI MNOTEHLUWAJIbHBIE MPOBJIEMbI
* [lbixaTesibHas HeJ0CTaTOYHOCTb * CJIOXKHOCTW C NPUEMOM ML * MblLeyHas cnabocTb,
HapyLueHve oTKallInBaHUA + Bo3moxHas gnchyHkumsa XKT, OrpaHVYVBaKOLLIASA ABUraTENbHYHO
HepocratouHas BeHTUNALNA BeAyLlas K HapyLLUeHWIo NnTaHns byHKLNIO
JIETKVX BO BpeMs CHa * Poct n HepocTtaTouHOE/ BO3MOXHbIe KOCTHO-MbILLEYHbIe
Hezsopa3suTne CTeHOK rpyAHOM N36bITOYHOE MUTaHWe HapyLleHus
KNeTKM N Nerkmx KoHTpakTypbl, CKONMO3,
PeunansupytoLme nHdeKLmmn nepesioMbl, OCTEOMNEHNS,
aedopmauma besgpa, 60/b,
CBsI3aHHas C NOBCEAHEBHOM
LeATeNIbHOCTBI0

KOMAHZAA CNELMATTNCTOB KOMAHAA CNELMNATNCTOB KOMAHZAA CNELNAINCTOB

* [Meguatp-nyabmMoHoN0r + Peabununtonor/norones « Peabunutonor/norones

+ CneunanncTt No pecnMpaTtopHom * MNeanaTp-HyTPULMOHUCT/ + Cneumanunct no JI®K
Tepanuu Avietosor * Xvpypr-oproreg

* bpuraga peaHnmaTtonoros + Xupypruyeckas bpuraga + OpTte3ucr

1. D’Amico A, et al. Spinal muscular atrophy. Orphanet J Rare Dis. 2011;6:71. 2. Wang CH, et al. Consensus statement for standard of care
in spinal muscular atrophy. J Child Neurol. 2007;22:1027-49. 3. Cure SMA. Breathing basics. SMA Care Series. http://www.curesma.org/
documents/support--care-documents/breathing-basics.pdf. Accessed Nov 2016. 4. Cure SMA. Nutrition basics. SMA Care Series. http://
www.curesma.org/documents/support--care-documents/nutrition-basics.pdf. Accessed Nov 2016. 5. Cure SMA. Musculoskeletal system.
SMA Care Series. http://www.curesma.org/documents/support--care-documents/the-musculoskeletal-system.pdf. Accessed Nov 2016.
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