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CMA — HeoGpaTtumoe 6bICTPO
nporpeccupyrouiee 3a6onesaHme'3

CMA — pepkoe MOHOreHHoe 3aboneBaHue**

Ons CMA xapaktepHa HexBaTka 6enka SMN, obycnoeneHHas geneumnen nnm mytaumen
reHa SMN177-1°

Mpyn CMA HabnopgaeTcst nporpeccupytoLLast oereHepauys 1 HeobpatmMasi notepst
MOTOHEPOHOB CMMHHOMO MO3ra, 13-3a Yero B pa3HoI cTeneHun nposisnsitoTea® 1 12:

HapyLueHns onopHo-gBuraTesibHoro annapara

@ MbiweyHasa cnabocTb

OTcyTcTBME unmn ocnabneHne pednekcos (apednekcus)

ﬂﬂD HapyLueHus gpixaHus

Mpo6nembl ¢ NnTaHnem

CMA — cnuHanbHas MblilleyHas atpous.

CMA — Bepyuwiasi reHeTU4ECKM
o6ycnoBneHHas NnpnyYnHa
MnageH4Yeckom cmepTtHocTu™

HA KAXKAbIE 6 8 YENOBEK
nPUXoanTCcsa KAK MUHUMYM

/I HOCUTEJIb MYTALWUU FrEHA SMN1'

BONE3Hb BCTPEYAETCSH

vy 1 13 10 000

LETEN, POOVBLLUMXCS XKUBbIMU™

NPUMEPHO 6 O %

CNYYAEB CMA NPELCTABJIEHbI
1-M TUMOM* N COMNPOBOXKAAIOTCA
BbICTPOV HEOBPATUMOW NOTEPEN
MOTOHEWPOHOB™. 15-17

A

,4 ‘ ?‘ )I

v

an- BTOPOE
10 [PAaCcrpo-
CTPaHEeHHOCTY

CMEPTEJIbHOE TrEHETUYECKOE
3ABOJIEBAHUE MOCJIE MYKOBUCLIMO3A™: 1©

CMA — cnuHanbHas MbilueyHas atpocus, SMN — 6enok BbiXMBaeMOCTV MOTOHENPOHOB.
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Bbigensitotr Heckonbko Tunos CMA? 2. 21

Tunbl CMA pasnu4yaroTcsi no Bo3pacTy Ha4yajia CUMIMTOMOB,
LOCTWXEHUS BaXKHbIX 3TanoB pa3BUTUS ABUraTesibHOW
aKTUBHOCTU U KNTMHNYECKOMN KapTuUHe?

CvMNTOMBI

< 6 mecsLeB

CMA 1-ro Tuna® '
Hecnoco6HocTb
CamOCTOsITENbHO
cupetb

CuMNTOMbI 06bIMHO
nosiBNSIOTCS

K 6 mecsiuam,

B X yucne®?'22;

* Hecnoco6HocTb
YAEPKnBaTh rofoBy
* Cna6ocTtb
KOHE4HOCTE
* 3aTpyaHeHHoe
[blXaHue 1 rnoTaHue
* Cnabble nnay
n Kawenb

18 mecsiueB

CMA 2-ro Tuna?'
Cnoco6HOCTb CuaeTb
1 CTOSATb, HO HE XOANTb
CaMOCTOSITENbHO

CuMNTOMBI 06bIMHO
pasBuBatoTCs B BO3pacTe
oT 6 fo 18 mecsiLes

1 BKIOYatoT 21-23;

* CnabocCTb KOHeYHOCTEN

© TpyAHOCTY C CUfiEHNEM
6e3 noanepXKK1

* HeBO3MOXHOCTb
nepesopayMBaTbCs

* 3amepnexve/perpecc
hr3n4ecKoro pasBuUTHs

CumnTombl, 06wme Ans CMA 2-ro 1 3-ro Tunos® 2! 22

CMA 3-ro Tuna®-?'
Xopbba 6e3 nopaepxkn

CVMNTOMbI MOSBASIOTCA
B MEPUO/, C paHHEro
petcTea (> 18 MecsiLeB)
[0 Mo3aHero
NOAPOCTKOBOrO
Bo3pacTa

1 BKIOYaloT 21:22:24;

® [po6nemb!
¢ xopbboii/nogbemMom
Mo necTHuLle

* Hapyuiexne
paBHoBecust

* TpyAaHOCTN
noaaep>xaHusi
BepTMKallbHOro
MoNOXeHUst

* [po6nembl C rMoTaHeM 1 Kaluiem

* Tpemop

* Borb 11 3aTPyAHEHVe ABVKEHUI B CycTaBax

o VlCKpI/IB.HeHI/Ie MO3BOHOYHUKA

Mo matepuanam Schorling # coast. 2020%°

CMA — cnuHanbHas MbilleyHas atpous.

> 18 net

CMA 4-ro Tuna®-?'
Xopp6a 6e3 nopgepKku
BO B3POC/IOM BO3pacTe

Mpy camoi nerkom
tdopme CMA cmnToMbl
He MpOoSBMSOTCS
BMJIOTb [J0 B3POC/IOro
Bo3apacrTa. Jliogn

c aToi chopmoit CMA
06bI4HO OLLyLLiAoT
nerkyto cnabocTb,

He MCrbITbiBas
HUKaKNX 3aTpyAHEHNI
C AblxaHnem?® 2!

Bce BapuaHTbl 6051€3HU 3HAYUMO BIINSIIOT
Ha XXWU3Hb NauuneHTa® 228

Camon Tsxkenoun u pacnpocrtpaHeHHon chopmown siensietcss CMA
1-ro Tuna® -

e CMA 1-ro Tuna BbI3bIBaeT ObICTPYIO U HEOOPATUMYIO AEHEPBALMIO — B TeYeHne 6 MecsaueB
rMOHYT 95 % MOTOHENPOHOB, YTO MPUBOANT K TSXKEMbIM NOCNEACTBUAM 'S 16:29.30

¢ Be3 neyeHns He JOCTUraeTCsl HU OAVH U3 BaXKHEWLLMX 3TarnoB PasBUTUS ABUraTenbHON
aKTUBHOCTK®! 32

M3-3a no3pgHeln AMarHOCTKY COCTOSIHVE MaLMEHTOB yXyALIAETCH HACTONBKO,
YTO MOJIb3a OT NIEYEHNS CUIbHO YMeHbLLaeTcs'® 33

MporpeccupoBaHune Tsxenou opmbl CMA

POXAEHUE
PebeHok poxpaetcs

C onpefieneHHbIM
KONM4ECTBOM
MOTOHENPOHOB
CMYHHOrO MO3ra,
KOTopble He
BOCCTaHaB/BaIo
B ciy4ae ruéenw

Bes neyeHus

K 20 mecsiuam
XKU3HU nornéaroTt
92 % peteint”

3 MECSILIA
MporpeccupyioLiias
cna6oCTb B CBS3N
€ GbICTPOIt NoTepeit
MOTOHEIPOHOB®

6 MECSILIEB
MoTeps 95 %
MOTOHENPOHOB'?;
MnafieHel| He

DYHKLMA MbiLLLY

8 MECSILEEB
MoTpe6HOCTb
[IBIKEHVS ero B HYTPUTUBHOI
PYK, HOT 1 FONoBbI rnopaepxxke’®
orpaHuyeHb® 32

MOXET CUAETb,

EcTecTBeHHOe nporpeccupoBaHue 6one3Hn 6e3 nevyeHus

*Bes pecnupaTopHOli NOAAEePXKKY

PaHHsAs gyarHocTuka n 6bICTPOe Hayaso Jie4eHUst UMEoT OrpoMHOe
3HaYeHue O 3aMme1IeHns GbICTPO NPOrPeCcCUpPyLLEro yXyaLeHNs
COCTOSIHWSA, TaK CBOMCTBEHHOro ans nauyyeHtos co CMA 1 tuna.” 3

CMA — cnuHanbHas MbllleyHas atpous.



sEEe
aaas
aaes
aaas
aaas
aaas
aaas
s
s
aaas
saes
aRER
aaEs
aaEe
aaEe
saes
saEs
agas
aaes
aaes
aaes
aaEs
aaas
saes
BEEs
aaas
aaes
aaas
aaas
aaas
aaas
s
s
aaas
aaes
aEREe
aaes
aaae
aaEs
saes
saEs
B
aaes
aaas
aaas
aaas
aaas
Baes
BEEE
aaas
aaes
aaas
aaas
aaas
aaas
s
s
aEEe
aaes
aaEe
aaes
aaEs
aaEs
saes
B

Ons CMA xapakTepHO y3Koe
TepaneBTU4ecKoe OKHO'

JleyeHune gaet Haunyywwme pe3ynbTaTbl, €C/IN HAYaTO
[0 nosiByieHUst cumnTomoB’1 3637

JloCUMNTOMHbBIN
nepvog

OCHOBHbIe 3Tanbl U TpaekTopuu HeﬁpOMhII.I.Ie‘IHOI'O passutus

PoxpgeHue YpepxxaHue ronosbl CupeHne  Xoppba B3pocnbiii Bo3pacTt

Mo matepuanam Serra-Juhe C u Tizzano EF'.

«TGD&H@BTM%@CKM@ BMeLuaTeﬂbCTBa,debeKTMBHbE}ﬂO MoABINEeHA
CMMHTOMOBVWMf%ipaHHMXCﬁaﬂMﬂX60ﬂ68HM,TDe@WOTHOBquHMﬂ
VH(POPMUPOBAHHOCTW, YCKOPEHWA ANArHOCTUKA 1 PpacCMOTREHVIS
BOMPOCa O CKPVHMHIE HOBOPOXKOSHHbLIX»®

— npodp. dayapao Tuyuavo, 2019 r.

MmetoTcs 3aperncTpypoBaHHble npenapaTtbl, OXKUAAETCS NMOSIBAEHNE HOBbIX
NepCrneKTUBHbIX JiekapcTa!® 3639 40

«B ycnoBusix Hanmms addeKTVBHbIX NpernapaToB Heb3d J0MYyCKaTb
NoTepo Oake HEOONBLLIOIO KOMMHYECTBa MOTOHEMDOHOB, MOCKOSBKY
OHa HeobpaTMa, HO MOXET ObITb MPeaoTBpaLLeHa C MOMOLLBHO
paHHero neveHmns»*

— MexaucuunnuHapHas pa6ouas rpynna no CKpMHUHry HOBOPOXXAEHHbIX
Ha CMA, 2020 r.

CMA — cnuHanbHas MbilleyHas aTpous.

B HacTosLee Bpems 3apermcTpmpoBaHbl
npenapaTbl, CNOCOOHbIE CYLLLEeCTBEHHO
N3MEeHUTb ecTecTBeHHoe TeyeHne CMAS36: 37
PaHHee neyeHue obecneymBaeT Hauny4uiune pe3ysibtaTtbl

M pa3BuUTUE ABUraTeNlbHOM aKTMBHOCTU NaLUMeHTa B COOTBETCTBUN
Cc Bo3pacTtom'® 3

[MpoMEXyTOYHbBIN aHaNM3 JaHHbIX MPOLOMKAOLLMXCS UCCNENOBaHUI CBULETENbCTBYET
0 TOM, 4TO NMPUMEHEHUE Y>KE 3aPErnCTPUPOBaHHbBIX NPenapaTos B JOCUMMTOMHbIN Nepuog
06eCcneynno y HEKOTOPbIX NaLUMEHTOB Pa3BuTME ABUraTeNbHON aKTVBHOCTM, MPaKTUYeCKy

COOTBETCTBYHOLLEE BO3PACTY®
% o) fo

CupeHne Xopbba CamocTosTensHas
6e3 nogaepXKKn C nopaep kKo xoabb6a
[NocnepytoLlee
HabnopeHne
B 1ccnegoBaHnmn
NURTURE
Paszsutune
B npegenax 84 9,361 65 %436+ 73 (%)36§

HopMmbl (BO3)

PaHHee Hauyano neyeHna CMA mMmoXxeT 3ameasiuTb Unu
OCTaHOBUTb Nporpeccupyrollee yxyaleHne CoOCTOSAHUS
1 AaTb BO3MOXXHOCTb pa3BuBaTbcs pebeHKy co CMA

B COOTBETCTBUM C Bo3pacTom®®

*MpomexyToYHble pesynbTaThl KnuHuydeckoro necneposanns NURTURE ¢ npuMeHeHneM HycuHepceHa y n = 25 nauveHToB
B focumnTomHbIi nepriog CMA (n = 15 ¢ 2 konusimu reHa SMIN2, n = 10 ¢ 3 konusimmn reHa SMIN2). Ha MOMEHT oKoHYaHus
c6opa faHHbIX (29 mapTa 2019 roga) AeTam, ydacTsytowmm B uccneposaHun NURTURE, 6bino 25,7-45,4 (MepuaHa

34,8) mecsiua®. 1B nccneposanun NURTURE «cupeHne 6e3 nopaepxxku» no BO3 pocturnun 25/25 mnageHues. U3 Hix n = 21
LETell yNOoXXUIMCh BO BPEMEHHbIE pamKy, yCcTaHoBNeHHble BO3 ans 30opoBbix AeTei®. *3tana «xoapba ¢ Noaaep>KKoii»
pocturnu B nceneposaH NURTURE n = 23/25 mnapeHues. U3 Hux n = 15 geTell ynoXunucb Bo BpeMeHHbIe pamKu,
ycTaHoBneHHble BO3 anst 3popoBbix AeTeii®. SCamocTosTensHo xoauTb B uccnenosaHun NURTURE Hayunnuce

n = 22/25 yqacTHuKoB. U3 Hux n = 16 geTeit Bowwnm B 99-i npoueHTUns BO3 no BospacTy AOCTWKeHUs aToro atana.

CMA — cnuHanbHas MbllleyHas atpocus; BO3 — BcemypHas opraHnaaums 34paBooXpaHeHms.



CMA yacTto gnarHocTupyeTcs
Ha Nno3gHuxX cTanng15, 30, 33, 41

CocTosiHMe NauMeHTOB YXyALIAeTCA HAaCcTOJIbKO, YTO Nosb3a
OT JIe4YeHNs CUNIbHO YMeHbLuaeTcs's 33

Cpe,D,HVII?I CPOK OT NnosiBNeHns CUMNTOMOB O YCTaHOBNEHUA anarHosa*'

CMA 1-ro TMNA CMA 2-r0 TMNA CMA 3-IT0 TUNA

M3-3a oTCYTCTBUSA CKPVHUHIA HOBOPOXKAEHHBIX Ha CMA 1 3apep>kke B NOCTaHOBKE
OvarHosa 60/bLUMHCTBO MaLMEHTOB HAYMHAIOT NIEHEHNE Y>Ke NOCie OKOHYaHNs nepriogja
ero HambonbLuen apdekTMBHOCTN™

CKPWUHMHI HOBOPOXXAEHHbIX MOXET CTaTb CambiM
3¢ (peKTUBHbIM CNOCO6GOM 3aBEPLUMTb ANArHOCTUYECKYIO
opaucceto 60osbHbIX co CMA?

CMA — cnuHanbHas MbilleyHas aTpous.

CKpPUHUHI HOBOpOXAeHHbIX (CH)
cnocob6cTByeT 60Jsiee GbICTPOMY OKa3aHUIO
MeaULIMHCKOW nomoLymn's 33 42

MporpaMmmbl CKPUHMHIa HOBOPOXXAEeHHbIX HA CMA moryT
nomMoub33:

BbisiBUTb 60MNbHbIX OeTEN
B nepvog 6€CCUMNTOMHOIo
Te4eHust

Mporpammbli
CKPUWHUHra
HOBOPOXXAEHHbIX

O6ecneynTb Havano YMeHbLNTL HeobpaTumoe
Jle4eHns 1o pasBuTusa nopaxkeHme yHKL1n
CUMNTOMOB MOTOHEPOHOB

MpoBepgeHne CKPUHMHIa HOBOPOXKAEHHBIX MOXKET NMOBbICUTb
achchekTuBHOCTL NeveHuss CMA Ge3 yBenuieHus ero
CTOMMOCTM U CYLLECTBEHHO CHM3UTb 3aTpaTbl HA MOMOLLb
nawuueHTam C UHBaNUAHOCTbIO ' 42

CMA — cnuHanbHas MbllleyHas atpous.



CKPWHWHI HOBOPOXXAEHHbIX
no3sonseT BbigsBUTb CMA

[0 pa3BUTUA CUMNTOMOB34 43 44
PaSPaﬁoTaHbl Hage>Hble MmeToAbl CKPUHUHIA

CMA, o6napatoLine BbiICOKON YyBCTBUTEJNIbHOCTbIO
1 cneynudUYHOCTbIO34 43 44

TavBaHb** ABcTpanusa® Benbruna lepmanuns®

lop Havana 2016 2018 2018 2018

120 267 103 903 94 463 278 970
MpoLuny CKpUHUHI

BbisiBneHo
cnydaes CMA 4 2 E &l

MocnepHue ycnexu B BbisiBneHuy CMA nossonuny nauyeHTCKUM opraHnusauysiv
roBOPUTb O HEOBXOAMMOCTM MPOBEAEHNS MaCCOBOIO CKPUHUHIA HOBOPOXXAEHHbIX
Ha 3To 3abonesaHne*® 8

® Opranusauus SMA Europe cosgana EBponeiicknin anbsiHC no CKPUHMHIY
HOBOPOX/AeHHbIX Ha CMA B NoAfep XKy ero LUMpoKOro BHeApeHns*®

¢ [logpasgeneHune reHHon Tepanum KoMmnaHun «HosapTuc»* BXoguT B COCTaB
EBponeiickoro anbsiHca no CKpUHWHIY HOBOpPOXXAeHHbIX Ha CMA v paspensieT ero
Mo31LUMI0 OTHOCUTESTbHO MIaHOBOIO CKPUHMHIA HOBOPOXKAEHHBIX*®

—

*PaHee komnaHus «ABekcuc»*
CMA — cnuHanbHas MbllleyHas atpodus.

MauneHTCKNe opraHM3aun akTMBHO
NoAAEP>XXUBAIOT LULMPOKOE BHeApPEeHne
CKPWUHWHIra HOBOPOXXAEHHbIX*S 49

BonblWMHCTBO NALMEHTOB U UX POACTBEHHUKOB, a TaKXXe
npeacraBuTene 06LWeCcTBEHHOCTU BbiICKa3anchb B NOJib3y
CKPWHWHIra HOBOPOXXAEHHbIX*®

84 %

BOJIbHbIX CMA (n = 236/337)* BCEIO HACENEHUA (n = 196/232)*

B NnunoTHbIX NporpamMmmMmax CKpUHUHra cornacHsi
y4yacTtBoBaTb 9/10 pogutenen*

85 %

YYACTBYIOLUUE (n = 3 826/4 114) YYACTBYIOLLUE (n = 120 267/141 874)

MAOTHBIN MPOEKT MO CKPUHUHIY MAOTHBIN MPOEKT MO CKPUHUHIY

HOBOPOXXAEHHBIX B LiTaTe Hibto-Mopk# HOBOPOXEHHbIX B BonbHuLe
HaupoHaneHoro yHuBepcuteTa TansaHs®

«/IvetoTcs yoeauTensHble faHHbIe O TOM, YTO paHHee Haqano

neveHrs (B noeane — A0 PasBUTVS KIMHNHECKUX MPOSIBNEHN
3a60/1eBaHMsA) COMPOBOXAAETCHA 3AMETHO JHLLIMMM KIMHUYECK MM
Mcxodammy Mo CPaBHEHUIO C 60Nee NO3AHUM Ha4aioM Teparniin. Takim
06pa3om, BrtodeHre CMA B MporpamMbl CKPUHMHME HOBOPOXKEHHBIX
NPACTaBNAETCH LenecoobpasHbiv»

— Kirschner, 2020 r.

CH — CKpUHWHI HOBOpOXAeHHbIX; CMA — crinHanbHas MbllueydHas atpodus.
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Ha4yaTb CKPUHUHI HOBOPOXXAEHHbIX
Ha CMA Heo6xoamnmo y)xe cen4ac*? 5152

CnuHanbHas mbiwe4yHast atpocpust (CMA) —

L ObICTPO NMporpeccupytoLLiee 3abonesaHue,
BbI3blBatoLLiee Heo6paTUMYyLO AeHepBaLutio, Npu

KOTOPOM paHHee BMeLLATENbCTBO KpaliHe Ba)KHO 'S 2933

CMA cBOINCTBEHHO Y3KO€e TepaneBTUYECKOe OKHO'':
TOJIbKO paHHee J1e4YeHne MOXXeT AaTb Hauny4uiune
pesynbTaThl 1 pasBuUTUE OBUrATENbHON aKTVBHOCTM
nauveHTa B COOTBETCTBUM C BO3pacTom's: 38

CKPUHUHI HOBOPOXXAEHHbIX NMO3BOJISIET BbISBUTb
CMA po pazsutusa cumntomost 442 11 HayaTtb

§ oKasaHue crneunanna3npoBaHHON MeONLIMHCKON
NMOMOLLM, BKJIOHas NPUMEHEHNE TEKAPCTBEHHON
Tepanuu, Kak MOXKHO ckopee's 33 42

naLl,VIeHTCKVIe opraHmsaunm aktTuBHO nogaep>XXusBatroT
LLUMPOKOEe BHEOPEHNE CKPUHNHIA HOBOPOXXAOEHHbIX
Ha CMA 48.49

LLiInpokoe BHegpeHne CKPpMHUHIra HOBOpPOXXAEeHHbIX Ha CMA
MOXXET MOMOYb NaLMEHTAM U UX CEMbAM MOJTIy4YUTb MOMOLLb
KaK MO>XHO paHbLue!

CMA — cnuHanbHas MblilleyHas aTpocus.
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