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CMA — HeoOGpaTtmoe 6bICTPO
nporpeccupyrowiee 3abonesaHune’

CMA — pepkoe MOHOreHHoe 3a6oneBaHune**

Ons CMA xapaktepHa HexBaTka 6enka SMN, obycnoeneHHas geneumnen nnm mytaumen
reHa SMN17-10

Mpn CMA HabnopgaeTcst nporpeccupytoLLast oereHepauys n HeobpartmMasi notepsi
MOTOHEPOHOB CMMHHOMO MO3ra, 13-3a Yero B pa3HoI cTeneHun nposisnsitoTea® 1 12:

% HapyLueHuns onopHo-gBuUraTenbHOro annapara

@ MbiweyHasa cnabocTb
OTcyTcTBME unmn ocnabneHne pednekcos (apednekcus)
HapyLieHus gpixaHus

Mpo6nembl ¢ NnTaHnem

CMA — cnuHanbHas MbilleyHas atpous.



CMA — Beayuwiasi reHeTU4EeCKN
obycnoBJyieHHas Npu4YnHa
M1afeH4YeCcKou cmepTHoCcTn™

BOJIE3Hb BCTPEHAETCA
HA KAXKAObIE YEJIOBEK OnE3 c c

nPNXoanTCA KAK MUHUMYM

HOCUTENIb MYTALUWU rEHA SMN1'*  OETEWA, POOUBLLUNXCS XXUBbIMU™

CMA —
MPUMEPHO
CJIYYAEB CMA NPEACTABJIEHbI
1-M TUMOM* U COMPOBOXXAAIOTCSI
BbICTPON HEOBPATUMOW MOTEPEN
MOTOHENPOHOB! 517 CMEPTE/IbHOE NFEEHETUYECKOE
3ABOJIEBAHUE NOCJIE MYKOBUCLIMAOO3A'™ 1

CMA — cnuHanbHas MbilueyHas atpocus, SMN — 6enok BbIXMBaeMOCTV MOTOHENPOHOB.



Saa8
aaas
aaa8
aaas
RegoRcacd
aaas
aaas
RoRcacRcd
RoRcacRcd
aaas
Saae
aaas
Reacacacd
Seas
RoRca ol
RoRcacRcd
RoRcacRcd
Seae
aaaa
R R RCs
hcacRcacs
2aae
aaas
Saa8
ReRoRccd
aaas
aaa8
aaas
aaae
aaas
aaas
RoRcacRcd
RoRcacRcd
aaas
Saae
aeae
Reacacacd
RRca
RoRca o
RoRcac el
RegoRccd
g8
aaa8
2aae
hegcRcacd
aaas
aaas
Saa8
S8
aaas
aaa8
aaas
aaae
aaas
aaas
RoRcacRcd
RoRcacRcd
aaas
Saae
RoRcR ol
Reacacacd
Seae
RoRcR ol
RecRcdcd
RogoRc oS

Seae
R
&4 &
RegoRcRcd
2aaf
aaa8
aaas
hcacRcacd
aaas
aaas
a8
RoRcacRcd
aaas
Saas
aaas
aaae
aaas
aaas
RoRcac el
foRcac el

Bbigensitotr Heckonbko Tunos CMA? 2. 21

Tunbl CMA pasnu4yarotcsi no Bo3pacTy Ha4vana
CUMMNTOMOB, TS)K€CTN HapyLLUeHUA ABUraTeIbHOMN

hYHKLMN 1 KNUHUYECKON KapTUHe?

CvMNTOMBI

< 6 mecsLeB

CMA 1-ro Tuna® '
Hecnoco6HocTb
CamOCTOsITENbHO
cupetb

CuMNTOMbI 06bIMHO
NOSIBAISIOTCA B TEYEHE
nepBsbix 6 MecsiLeB
JKN3HW, B 1X Yncne’2!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 no 18 mecsiLeB

1 BKIOYaIoT 21-23;

* CnabocTb KOHeYHOCTEN

© TpyAHOCTY C CUfiEHNEM
6e3 noanepXKK1

* HeBO3MOXHOCTb
nepesopayMBaTbCs

* 3amepnexne/perpecc
¢usnyeckoro passutus

CumnTomsl, o6ume g CMA 2-ro n 3-ro Tunos® 2122

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

* HapyLierue
paBHoBecust

* TpyAaHOCTN
noaaep>xaHusi
BepTUKaibHOro
MoNOXeHUst

 [po6nembl C rMoTaHNeM 1 Kallenb

* Tpemop

* Borb 11 3aTPyAHEHVe ABVKEHUI B CycTaBax

o VlCKpI/IBﬂeHI/Ie MO3BOHOYHUKA

Mo matepuanam Schorling # coast. 2020%°

CMA — cnuHanbHas MbilleyHas atpous.

> 18 net

CMA 4-ro Tuna®-?'
Xoppba 6e3 nopaepxkm
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 XX1U3Hb NauyueHTa® 228

Camon tsxxkenoun u pacnpoctpaHeHHon chopmown siensietcss CMA
1-ro Tuna® -2

e CMA 1-ro Tuna BbI3bIBAET ObICTPYIO U HEOOPATUMYIO AEHEPBALMIO — B TeYeHNe 6 MecsaLeB
rMOHYT 95 % MOTOHENPOHOB, YTO MPUBOANT K TSXKEMbIM NOCNEeACTBUAM 'S 16:29.30

¢ Be3 neyeHns He OCTUraeTCsl HU OAVH N3 BaXKHEWLLUX 3TarnoB PasBUTUS ABUraTenbHON
aKTUBHOCTKS" 32

M3-3a no3pgHel AnarHoCTKY COCTOSIHVE MaLMEHTOB yXyALIAETCH HACTONBKO,
YTO MOJIb3a OT NIEYEHNS CUIIbHO YMEHbLLaeTcs '™ 33

MporpeccupoBaHne Tshxenou copmbi CMA

POXAEHUE
PebeHok poxpaetcs
C onpefeneHHbIM
KOMN4EeCTBOM
MOTOHENPOHOB Be3 neyeHuns

CMUHHOrO MO3ra,
KOTOpbIe He K 20 mecsiyam
XKU3HU nornéaroT

3 MECSILIA o o
MporpeccupytoLias 92 % neten
cna6oCTb B CBS3N
c 6bICcTpOI MoTepei

MOTOHEPOHOB®

BOCCTaHaB/BAaIOTCS
B cnyyae rubenu®

6 MECSILIEB

MoTeps 95 %

MOTOHENPOHOB'?;

mnageHel He 8 MECSILIEB

DYHKLUA MbILLILY

MOXET CuaeTh, MoTpe6HoCTb
[IBIKEHIS ero B HYTPUTUBHON
PYK, HOT 11 ronoBbI nopnepxke®
orpaHuyeHb® 32

EcTecTBeHHOE nporpeccupoBaHue 605e3Hn 6e3 nevyeHus

*Bes pecnupaTopHOli MOAAEePXKKY

PaHHAs guarHocTuKa u 6bICTpoe Havaso Jie4eHUsi UMEoT OrpoMHoe
3Ha4YeHue ANa 3ameasieHnst 6bICTPO NPOrPEeCCUPYIOLLENO YXYALLIeHUS
COCTOSIHWSA, TaK CBOMCTBEHHOro ans nauyveHtos co CMA 1 tuna.” 3

CMA — cnuHanbHas MblilleyHas aTpous.



Ons CMA xapakTepHO y3Koe
TepaneBTU4ecKoe OKHO'

JleyeHne gaet Haunyywwne pe3ynbTaTbl, €CNIN €ro Ha4yaTb
[0 nosiByieHUst cumnTomoB’1 3637

JoCMMNTOMHBIN
nepuon

e
oz
W
“ee‘ >
o /"
12?7

OCHOBHbI€e 3Tanbl ¥ TPAEKTOPUM HENPOMbILIEYHOIO PA3BUTMS

PoxxpeHue YaepxaHue ronosbl CuaeHne  Xoppba Bapocnbiin Bo3pacT

Mo martepuanam Serra-Juhe C u Tizzano EF'.

«lepaneBTrHecKMe BMELLIaTENbCTBA, 3MMEKTVIBHbIE 0 MNOABIEHS
CUMMTOMOB WM Ha PaHHUX CTaayaxX O0nesHN, TPEOYOT MOBbILLEHS
MHDOPMNPOBAHHOCTY, YCKOPEHWA A/arHOCTUKA 1 DACCMOTPEHNA
BOMPOCA O CKPVHVHIE HOBOPOXKAEHHBIX»

— npodp. dayapao Tuyuavo, 2019 r.

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

«B ycnoBusix Hanmms addeKTVBHbIX NpernapaToB Heb3d J0MYyCKaTb
MOTEPIO JaKe HEOONBLLIOIO KOIMYECTBa MOTOHEWDOHOB, MOCKOMBKY
OHa HeobpaTMa, HO MOXET ObITb MPeaoTBpaLLeHa C MOMOLLBHO
paHHero neveHmns»*

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

CMA — cnuHanbHasi MbllueyHas aTpocus.



B HacTosLee Bpems 3apermcTpmpoBaHbl
npenapartbl, CNOCOOHbIE CYLLLeCTBEHHO
N3MEeHUTb ecTecTBeHHoe TeyeHune CMAS36: 37
PaHHee neyeHue obecneuymBaeT Hauny4uiune pe3ysibtaTtbl

M pa3BuUTUE ABUraTeNlbHOM aKTMBHOCTMU NaUMeHTa B COOTBETCTBUUN
C BO3pacCTHbIMU Hopmamu's 36

[MpoMEXXyTO4HBIN aHaNU3 faHHbIX MPOAOIHKALLVXCS NCCER0BaHUI CBULETENLCTBYET

0 TOM, YTO MPYMEHEHMNE Y)KE 3apPermcTPUPOBaHHbIX MPenapaToB B JOCMMMNTOMHbIV Nepuog,
06€eCneynno y HEKOTOPbIX NaLMEHTOB Pa3BUTUE ABUraTeNbHOM akTVBHOCTU, MPaKTUYECKN
COOTBETCTBYHOLLEE BO3PACTHLIM HOpMam®®’

& & G

CupeHne Xoppba CamocTosTensHas
6e3 nogaepXxKu C nopaep kKo xoab6a
MNocnepytoLlee
HabnogeHne
B 1ccnepoBaHnmn
NURTURE
Paszsutune
B npegenax 84 9361 65 9,36+ 73 (%)36§

HopMbl (BO3)

PaHHee Ha4yano neyeHus CMA moXeT 3amegyinTb unm
OCTaHOBUTb NMPOrpeccupyoLlee yxyaleHne CoOCTOsHUA
1 AaTb BO3MOXXHOCTb pa3BuBaTbcs pebeHKy co CMA

B COOTBETCTBUM C BO3pPaCTHbIMU HOpMaMu®

*MNpomexxyToYHble pesynsTathl KnuHuydeckoro neeneposanns NURTURE ¢ npuMeHeHneM HycuHepceHa y n = 25 nauveHToB
B focumnTomMHbIi nepriog CMA (n = 15 ¢ 2 konusimu reHa SMIN2, n = 10 ¢ 3 konusimm reHa SMIN2). Ha MOMEHT oKoHYaHus
c6opa AaHHbIX (29 mapTa 2019 roga) AeTam, ydacTsytowmm B uccneposaHum NURTURE, 6bino 25,7-45,4 (MepuaHa

34,8) mecsiua®. 1B nccneposanun NURTURE «cupeHne 6e3 nopaepxxku» no BO3 pocturmn 25/25 mnageHues. U3 Hix n = 21
LeTell YNoXXUMCh BO BPEMEHHbIE pamKy, yCTaHoBNeHHble BO3 ans 30opoBbix AeTei®. *3Tana «xoap6a ¢ Noaaep>KKoii»
pocturnu B nccneposaHu NURTURE n = 23/25 mnapeHues. U3 Hux n = 15 geTell ynoXunucb Bo BpeMeHHbIe pamku,
ycTaHoBneHHble BO3 ansi 3popoBbix AeTeii®. SCamocTosTensHo xoauTb B uccneposaHun NURTURE Hay4unnuce

n = 22/25 y4acTHUKoB. V13 Hux n = 16 geTeit Bowwnm B 99-i npoueHTUnb BO3 no BospacTy AOCTWKeHUS aToro atana.

CMA — cnuHanbHas MbllleyHas atpocus; BO3 — BcemupHas opraHnaaums 3apaBooXpaHeHmst.
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CMA yacTo gnarHoctupyercs
Ha Nno3gHuxX cTa.qymx15, 30, 33, 41

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

CpenHvuh 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 HanbornbLuen aphekTUBHOCTM ™

CKPUHUHI HOBOPOXXAEHHbIX MOXET CTaTb CambiM
3¢ (peKTUBHbIM CNOCO6GOM 3aBEPLUMTb ANArHOCTUYECKYIO
opuccero 6osbHbIX co CMA3°

CMA — cnuHanbHas MbilleyHas atpous.



CKpPUHUHI HOBOpOXAeHHbIX (CH)
cnocob6cTByeT 60siee GbICTPOMY OKa3aHUKO
MegULMHCKOW nomoLymn's 33 42

MporpaMmmbl CKpUHMHIra HOBOpPOXXAeHHbIXx HA CMA moryT
nomoub3:

BbIsiBUTb 60MNbHbIX AeTEN
B nepuog 6€CCUMNTOMHOIo
TeYeHust

Mporpammbli
CKPWHUHra
HOBOPOXXAEHHbIX

98

O6ecneynTb Havano YMeHbLNTL HeobpaTumoe
Jle4eHns 1o pasBuUTusa nopaxkeHme yHKL1n
CYMNTOMOB MOTOHEPOHOB

MpoBepeHne CKPUHMHIa HOBOPOXKAEHHbIX MOXKET NMOBbICUTb
achchekTuBHOCTL NeveHusst CMA 6Ge3 yBenuieHuns ero
CTOMMOCTU U CYLLECTBEHHO CHM3UTb 3aTpaTbl HA MOMOLLb
nawuueHTam C UHBaNUAHOCTbIO ' 42

CMA — cnuHanbHas MblilleyHas aTpous.
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CKPWHWHI HOBOPOXXAEHHbIX
no3sonseT BbigsBUTb CMA

[0 pa3BUTUA CUMNTOMOB34 43 44
Pa3p360TaHbl Hage>Hble MmeToAbl CKPUHUHIA

CMA, o6napatoLine BbiICOKON YyBCTBUTEJNIbHOCTbIO
1 cneynudUYHOCTbIO34 43 44

TavBaHb** ABcTpanusa® Benbruna lepmanuns®

lop Havana 2018 2018 2018

120 267 103 903 94 463 278 970

MpoLuny CKpUHUHI

BbisiBneHo
cnydaes CMA

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 Tepanuy KoMmnaHumn «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 opraHM3aunn akTMBHO
NOAAEPXXUBAIOT LULMPOKOE BHeApPEeHne
CKPWUHWHIra HOBOPOXXAEHHbIX*S 49

BoNbLWMHCTBO NALUMEHTOB U UX POACTBEHHUKOB, a TaKXXe
npepcrasuTenen o6WwecTBEHHOCTU BbiICKa3anuch B NoNb3y
CKPVHMHIra HOBOPOXXAEHHbIX*®

84 %

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

B nunoTHbIX NporpaMmmMmax CKPUHWHra cornacHbi
y4yacTtBoBaTb 9/10 pogutenen*

85 %

YYACTBYIOLLME (n = 3 826/4 114) YYACTBYHOLLUME (n = 120 267/141 874)
MUNOTHBIA MPOEKT NO CKPUHMHIY MUAOTHBIN MPOEKT MO CKPUHUHTY
HOBOPOXXAEHHbIX B LiTaTe Hbto-Mopk** HOBOPOXAEHHbIX B BonbHuLe

HaupoHaneHoro yHuBepcuteTa TansaHs®

«/IvetoTcs yoeauTensHble faHHbIe O TOM, YTO paHHee Haqano

neveHrs (B noeane — A0 PasBUTYS KIMHUHECKUX MPOSIBNEHN
3a601eBaHMsA) COMPOBOXAAETCHA 3AMETHO JHLLIMMU KIMHUYECK MM
Mexodammy Mo CPaBHEHWIO C 60nee NO3AHUM Ha4aioM Teparniin. Takim
0bpa3om, BrtodeHre CMA B MporpamMbl CKPUHMHME HOBOPOXKAEHHbBIX
NPACTaBNAETCS LienecoobpasHbiv»°

— Kirschner, 2020 r.

CH — cKpvHUHI HOBOPOXAEHHbIX; CMA — crnmHanbHas MblleyHas atpodus. 1
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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 cBOWCTBEHHO y3KO€e TepaneBTU4eCKoe OKHO'':
TOJIbKO paHHee JiIeYeHne MOXKET faTh Hauydlume
pe3ynbrathbl 1 PasBUTUE OBUrATENBHON aKTUBHOCTY
naumeHTa B COOTBETCTBUM C BO3PACTHbIMU HOpMamm's: 36

CKPUHUHI HOBOPOXXAEHHbIX NMO3BOJISIET BbISBUTb
CMA po pazsutusa cumntomost 442 11 HayaTtb

§ oKasaHue crneunanna3npoBaHHON MeONLIMHCKON
NMOMOLLM, BKJIOHas NPUMEHEHNE TEKAPCTBEHHON
Tepanuu, MakcrmMmarsnbHO 6bICTPO'S 33 42

naLLVIeHTCKI/Ie opraHmsaunm aktTuBHO nogaep>XXusBatroT
LLUMPOKOEe BHEOPEHNE CKPUHNHIAa HOBOPOXXAOEHHbIX
Ha CMA 48.49

LLiInpokoe BHegpeHne CKPpMHUHIra HOBOpPOXXAEeHHbIX Ha CMA
MOXKET MOMO4b NMaLyeHTaMm U X CeMbSAM MOJIy4UTb MOMOLLb
KaK MO>XHO paHbLue!

CMA — cnuHanbHas MblilleyHas aTpocus.
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