CrNMMHAJIbHAA
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BBEAEHUE

[loporne poanTenu, poaCTBEHHWUKHM, APY3bsi CEMEN NaLMeHTOB
CO CMWUHAaNbHOW MbILLIEYHOW aTpoduren!

Bbl nonyumnnm a1oT GyKNeET, TaK Kak y Ballero pebeHKa
AWMarHOCTUPOBAHO pefKoe HaCleACTBeHHOE 3a60eBaHue nop
Ha3BaHWEM «CMUHaNbHas MbllleyHas aTpodus», COKPaLLEHHO —
CMA.

[narHo3 CMA y Bawero pebeHKka, HECOMHEHHO, MOMET yrHeTaTb.
Bbl MOXeTe BonHOBaTLCA 0 OyaylleM pebeHKa W BansHUn CMA
Ha }KM3Hb BCEM BaLLEh CEMbM.

BaxHo oTMeTuTh, 4To CMA 3ddEeKTMBHO NOAAAETCS KOHTPOSIIO,
€C/1 NeYeHne HayaTo Ha paHHUX CTaamMaXx U B COOTBETCTBUM

C MHOMBWAYaNbHbIMW OCOBEHHOCTAMM TeYeHUs 3ab0feBaHUs

B KaX/[IOM KOHKPETHOM Clyyae.

3T10T GYKNET co3faH Ans Toro, 4Tobbl NOAAEPKATb Bac B 0OLEHUM
C NleyaliMm Bpayom Ballero pebeHKa. B Hem Bbl HailaeTe obLime
ceefieHns 0 CMA, cuMnToMbl 3a601€BAHUS M €r0 NPUYKUHBI.

3aboTa 0 COCTOSIHMM 300p0OBbA Ballero Masbllla r|0Tpe6yeT MHOIo
BHMMaHWA, HO Bbl BCErga MOXeTe 06paTVITbCF| K cneunanncrtam
3a no,u,uemeon. Ecnu Y BacC €CTb BOMNPOChbI NI COMHEHNA,

Bbl BCErga MOXETE 3aaTb UX CBOEMY Jievallemy Bpady.

Henaewm Balien ceMbe 106pa, TEPMEHUS U 3a00Thl.

COAEPXAHUE
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4YTO TAKOE CMA?

CnuHanbHas mbiweyHas atpopus (CMA) — pefgKoe reHeTUYECKOe
3a6o0sieBaHUe, KOTOPOE Bbi3biBAET MPOrPeCCUPYIOLLYI0 MbILLEYHYIO
cNnabocTb M co BpeMeHeM aTpoduio (MCToLEHUE) MbiLiL,. ITO
NPOUCXOAUT U3-3a TOr0, YTO 0COGbIE HEPBHbIE KIETKM B OpraHM3me
nog HasBaHMEM MOTOHEWPOHbI, KOHTPOJIUPYIOLLUE ABUKEHUE MbILLL,
NoBpEXAAKTCA U NepectalT GyHKLUOHUPOBATD.

y 3[0pPOBbLIX noaew MOTOHeVIpOHbI MNEPEHOCAT CUITHabl OT rOJIOBHOIO

Mo3ra no CNMMHHOMY MO3ry K MblllLaMm. 3T cUrHanbI KOHTPOJTUPYIOT
OBUXEHUA MbILLLL.

3p0poBble noaun

lfonoBHOM mMO3r
3aecb 06pasytoTcs cUrHanbl
NS IBUMKEHUS

MoToHenpOHbI
3 cneunasnbHble HEPBbI NMEPEHOCAT

CHrHasnbl OT rOfIOBHOMO MO3ra K MbiLliLiaM

“ IN151 KOHTPONS ABVXKeHWs. ECTb ABa

! | TMNa MOTOHEMPOHOB: LIEHTPasIbHbIe

. MOTOHEMPOHbI, KOTOPbIE NEPEHOCST CUrHabI

OT FO/IOBHOIO MO3ra K CTBOY Mo3ra

1 CMIMHHOMY MO3TY, W Neprdepuyeckie

e T MOTOHEMPOHbI, KOTOPbIE NEPEHOCST CUrHabI

OT LIEHTPasbHbIX MOTOHEMPOHOB K MbILLLIAM.

Mbiwwbl

MbiWLbl COKpaLLATCa Uiu
paccnabnsTca B OTBET Ha CUrHanbl,
nocTynatuue oT MOTOHEMPOHOB. 3TH
CWUTHanbl NPUBOAAT TENO B ABUKEHME.

Y niogen co CMA myTauusi npuBoAMUT K NOBPEXAEHMUIO
nepudeprmyecKMx MOTOHEMPOHOB U MPEKpaLLEHUIO UX PadoThI.

Korma nepudepryeckne MOTOHEMPOHbLI NPeKpaLlalT paboTtaTb,
CUTHanbl U3 FOIOBHOMO Mo3ra 6osiblie He MOCTYNatoT K MblLLILAM.
Ecnv mblwupl He NoayYatT CUrHanbl, OHK BCe 6onblie CnabetorT.

Xotsi npu CMA nopaxalotcsi nepupepuyeckne MOTOHEHPOHbI |
! W HapylaeTcsl ABUXKEHWe, CMOCOGHOCTb MbIC/IUTb, YYUTbCS i
! ¥ BbICTpauBaTb B3aMMOOTHOLLEHUS OCTaeTCsl HEU3MEHHOM. ;

Jlogn co CMA

FonoBHOM MoO3r

Y ntopert co CMA reHepupytoTcs CuUrHansl
[NS ABMMKEHWS MbILULL.

MoToHeUpOHbI
P Y ntogeit co CMA nmeetca myTtauus,
.\ KOTOpas Bbl3bIBAET MOBPEXAEHNE

! A \ neprdepryecKUx MOTOHEMPOHOB
([ W NpeKpaLleHne nx pabotel. 310

\ J O3Ha4aert, 4TO CUIrHanbl N3 rOJIOBHOIO

K Mo3ra He MocTynatoT Mo CrUHHOMY
it MO3ry K MblLLLE.

Mbiwwpbl

_@_ Ecnun mblwubl 6onblie He nonyyaroT
CUrHanbl, MpUKasblBaloLne UM
[IBUTaTbCsl, OHX MOTYT aTPOPUPOBATHLCS
1 ocnabesaTb BCe 6onblie U 6onbLle.




NMPUHUHA CMA

3p0poBble noaun

FeHbl SMN

Benok SMN

Y1066l MOTOHEMPOHBI MO BbIXKMBATL U paboTaTb
Hagnexalm o6pasom, opraHn3my, NOMMUMO MPOYEro,
HeobxoaMm 6ef1oK noa HassaHueM SMN, nnun «6enok
BbIXXMBAEMOCTH MOTOHeNpoHOB». bes 6enka SMN
MOTOHEMPOHbI NPeKpaLLalT paboTy, U MbILLbI Cla6etoT.

Y 300pOBbIX Ntoaer opraHn3m cnocobeH cuHTe3npoBaTh 6enok SMN
Npv y4acTun reHoB, nmeHyembix reHammn SVMN. CyuiecTByeT aBa
™™na reHa SMN — SMN1 v SMN2:

[eH SMN1 sBnsieTcst OCHOBHbLIM FEHOM, KOTOPbIM
yyacTByeT B CMHTe3e 6onblien yacTv 6enka SMN,
HEeobX0AMMOro AN Haanexaller paboTbl MOTOHEMPOHOB.

PYHKLMOHANbHbIN
6enok SMN

SMN2

XoTs reH SMN2 Takxe y4acTByeT B cuHTe3e 6enka SMN,

OH CO3[aeT HECKO/IbKO BapuaHTOB 3TOro 6e/ka, U3 KOTopbIX
TONbKO HEKOTOpble paboTaloT Hafexalmm 06pa3om
(dyHKUMOHanbHbIM 6enok SMN). MNoatomy reH SMN2
paboTaeT KaK pe3epBHbIV ANs NoAAepXKaHWUsa cuHTe3a 6enka
SMN, HO camoCTOATENBHO OH HE MOXET CMHTE3WPOBaTb 3TOT
6eNoK B JOCTAaTOYHOM KOSIMYECTBE.

MauueHTtbl co CMA

Y naumeHTtoB co CMA ren SMNI nu6o gedeKTHbIl (C MyTauuen),
NGO MOSTHOCTLIO OTCYTCTBYET.

leH SMIN2 He MOXET CMHTE3UPOBaTb A0CTAaTOYHO QyHKLMOHanbHoro 6enka SMN,
4TO6blI BOCMONHWTL NoTepto reHa SMN1. B pesynstate npu CMA

He CUHTe3MPYETCS AOCTAaTOYHOE KOMMYeCcTBO QyHKLUMOHanbHoro 6enka SMN
ONS NOAJEPIKaHWS 300POBbst U HOPManbHOTO GYHKLMOHWPOBAaHUS MOTOHEMPOHOB.

Omeymembue unw - Ten SMN2
depekm rena SHN7 He*”::::mi&::“bm
] M i 2
, A 2
—oox &

Moimewran cnadoems -é‘ Hedocmamounoe konuuecmBo

dyHkuwonansuoro denko. SMN



Y KOlro PASBUBAETCHA CMA?

MockonbKy CMA Bo3HMKaeT B pe3ynbraTte gedekta (MyTauuun) unu
OTCYTCTBMSI FeHa, OHAa CYUTAETCS reHEeTUYECKUM 3a6oneBaHUEM
1 00bIYHO NepefaeTcs Mo Hac/efCTBY.

PeGeHOK nonyyaeT [Be KOMMK Kawaoro reHa: oaHy OT MaTepU U OOHY
ot oTua. Mpu CMA, ecnun ogHa U3 ABYX KOMWiA reHa (0T Matepu nau

OT oTua) AedeKTHa, 340POBbIM FEH OT APYroro POAUTENS MOXET
06ecneynTb CMHTE3 AOCTAaTOYHOIO KonnyecTBa 6eika SMN ans
MOHOLEHHOM paboTbl MOTOHeVPOHOB. JTioan ¢ OHOM 3[10POBOW KOMWEN
reHa SMN1 1 ogHOM AedeKTHOM KOMMEN U3BECTHbI KaK HOCUTENH,

M 0ObIYHO Y HMUX HET CUMMNTOMOB. BOMBIIMHCTBO HOCKUTENEN

He JoragblBalTCs O TOM, Y4TO 06nadatoT AePEeKTHbIM FeHOM, MOKa Y HUX
He poxkaaetcs pebeHok co CMA.

|

® ' /45 Hocutenamu CMA moryT 6bITb
ot 1 n3 20 go 1 u3 58 yenosek.

BeposTHOCTb poxXaeHUs pe6eHKa
. N: co CMA y AByx poauTenei,
SABNSAOLWMUXCA HOCUTENSAMM,
T cocTtaBnsieT 25% npu Kaxaoun

6epemMeHHOCTH.
P l CornacHo CTaTUCTUYECKUM
)l\ SMA AaHHbIM, CMA nopaxaet
ot 1 n3 7000 pgo 1 u3 16000
HOBOPOKAEHHbIX.

Kak Hacnegyetca CMA?

CMA 00bI4HO BO3HMKaET y pebeHKa, yHacne1oBaBLIErO ABE KOMUK
nedekTtHoro reHa SMN1 munu aBe ero oTCyTCTBYIOLME KOMUKU. ITOT TUN
HacnenoBaHWs HasblBaeTCs «PELECCMBHLIM» M 03HAYaeT, 4To 00bI4HO 06a
POAMTENS AOMKHbI ObITb HOCUTENSMM, 4TOOLI 3a00M1IEBaHME MEpPeaanoch
no HacneacTay.

g ?

HocuTenb w w Hocutenb
MonosuHy

reHETUYECKOM
nHdopmaumu
pebeHOoK nonyyaet
OT MaTepw
Y NONOBUHY —
oT OoTUa

o o o [ 4
340pOoBbIN Hocutenb Hocutenb MauueHT
Pe6eHoK Pe6eHoK Hacnemyer ofHy co CMA
Hacnemyer HOPMasibHyt0 KOMWIo U OAHY Pe6eHoK Hacnemyer
HOPMasTbHY10 AedekTHylo Konuio rena SMNT  pedexTHylo Konuio
KOMUIO reHa 1 TaKMM 00pa3oM CTaHOBUTCSA reHa SMN1
SMN1 Hocutenem CMA OT Kak[aoro
OT Kaaoro pOAMTENS, W, TaKUM
poauTens 06pasom, y Hero

pasBuBaetcd CMA

[ 3noposbiit M Hocutens B Naument co CMA

CyLLecTBYET pUCK TOro, YTO noceaytoline 6epeEMEHHOCTU MOTYT NPUBECTH

K pOXAeHMIO elle ogHoro pebeHka co CMA, noatomy, NpUHUMas pelleHue

0 paclIMpeHnn CEMbM, BaXKHO 06CYAUTb BapuUaHThbl C BallMM fievallyM Bpayom
WK TEHETUKOM.
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TAXECTb TEHEHUA U CUMINTOMbI CMA

Bbl MOKeTe ycnbllwaTh 0T fievallero Bpaya Baulero pe6eHka 06 OCHOBHbIX 3Tanax
MOTOPHOIO Pa3BUTMSI, KOTOPbIE SBAAOTCH GYHKLMOHANBbHBIMU BO3MOXKHOCTAMM,
NMOMOraloLIMMKM OLEHWUTb cTeneHb TsaecTn CMA 1 nporpeccupoBaHue
3a6oneBaHunsi. OCHOBHbIE 3Tarbl MOTOPHOTO PasBUTUSA, 3HAYUMBble AN AETEN CO
CMA, BK/OYAIOT UX CNOCOOHOCTb:

- &

MoaHumaTb ronoBy 3axBaTbiBaTb YTO-TO PyKOM Monsatb
Cupetb MepeBopayuBaTbcs CToSITb U X0AUTb

3TV OCHOBHbIE 3Tanbl Pa3BWUTUS, a TaKKe BO3PacT Hayana nosiBieHns CUMNTOMOB
MCMONb3YIOT ANs onpeaeneHns crenenn Tsxectn CMA.

Yem paHblie npossasoTcs cumntombl CMA, Tem 6onee cepbe3HbIM MOXET ObITb
3aboneBaHve. Takum obpasom, aetckne ¢opmbl CMA MoryT BBOAUTH

B 3a0Ny)XAeH1e U NPeACTaBNsATb TPYAHOCTb 4151 AMArHOCTHKM, MOCKOMbKY AETU MOTYT
BbIMAAETb 340POBLIMU MPU POXKAEHUU UK [laxe MO3Ke B AETCKOM Bo3pacTe.

Yem paHbLue, TEM TsXKenee Yem nosxe, TeM nerye

Yacto npu CMA cumnToMbI Y apyrux getev CMMNTOMbI MOTYT
NposiBASAIOTCS B NepBble 6 MecsLeB NOSIBUTLCS ropasfio No3xe B AeTCTBe
KWU3HW, OAHAKO B HEKOTOPbIX Clyyasx WK B NOAPOCTKOBOM MEPHOSE.
CUMMTOMbI MOTYT pa3BuBaTbCs eLle B oTaenbHbIX cnyyasix CUMNTOMbI

[10 POXAEHUS, MPK 3TOM MaTepU 3aMeHalor, HEe pPa3BWBAIOTCH 0 HACTYM/IEHUs
4TO ABWKEHUA pebeHKa B nocnefHue B3pOC/0ro Bo3pacta

Heaenn 6epeMeHHOCTU 3aMeananTcs

B npownom oxungaemasi NpogoMKMUTENBHOCTb XU3HKU AeTei ¢ 6onee TAXENbIMU
dopMamu 3aboneBaHus Obina HeBeIMKa M3-3a OTCYTCTBUS AQDEKTUBHBIX
BapuaHToB fievyeHns. OfHaKO Npy paHHEM MEAWLMHCKOM BMeLlaTenbCTBe

1 NeYeHUn NporpeccMpoBaHne 3aboneBaHnst MOXHO 3aMeUTb, NPU 3TOM [eTU
4acTo MOryT AOCTUYb OCHOBHbIX 3TarnoB PasBUTUSA, PEAKO HabAAEMbIX NPK
€CTeCTBEHHOM Te4YeHUK 3aboneBaHus.

CMA saBnsietcs 3a6oneBaHueM C pa3HOO6pa3HbIMK
NPOSIBIGHUSIMM U LULMPOKMM AiMana3oHOM CUMMNTOMOB,
KOTOpble MOTyT BapbUpPOBaTbCS MO CTEMEHU TAXKECTH

BO3paCT Ha MOMEHT BOSHUKHOBEHUAA CUMIITOMOB

» 18 mecsiLeB «—— <6 mecsiLeB

<«— 18 neT <«

AOCTMFHYTbIe OCHOBHbIE CumnToMbl
JTanbl pa3BUTUA

CamocTosiTesibHast O6bI4HO CMMMNTOMbI pa3BuBatOTCA

xoab6a (CMA 111 Tuna) B MEPWOA OT PaHHEero AeTCKOro Bo3pacTa
(>18 mecsiLeB) 10 NO34HErO
NMoAPOCTKOBOro Bo3pacTa:

* npo6nembl ¢ Xoab60M/NOABLEMOM
Mo NECTHULIE;

* Mpo6aemMbl C paBHOBECHEM;

* 3aTpyAHEHWS MpW BCTaBaHWM.

YacTble CMMNTOMBI  3aTpyAHEHs NPK MOTaHUM
npu CMA 11/1ll Tuna: Y Kaline;
* Tpemop;
* 6OMb W 3aTPyAHEHNE NPU ABMMEHUAX
B CyCTaBax;

* WCKpuB/IEHME MO3BOHOYHUKA.

CamocTosiTeNnibHasi Mpun HanGonee nerkon dopme CMA

Xoab6a BO B3pOC/IOM CMMITOMbI He PasBMBAIOTCA 0 HACTYMIEHNS
B3pOC/IOro Bo3pacTa. Y Jliofew ¢ 3Tow

dopmort CMA 06bl4HO UMEETCs Nerkast

cnabocTb 6e3 3aTpyAHEHUI [bIXaHus.

Bo3pacte (CMA IV Tuna)
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OT NOJO3PEHUA HA CMA K AUATHO3Y

MoateBepxaeHne auarHosa CMA TpeGyeT reHeTUHECKON

AUArHoCTUKH

Mpu nogospeHnn Ha CMA nNpoBOAWTCS FreHeTUYeCcKas AMarHoCTUKa:
nccnenoBaHve HeEGOMBLLOIO KOMYECTBa KPOBM MOKa3bIBAET, MUMEET
nn red SMN1 pedekt (MyTtaums B reHe SMNI) uav OH NOMHOCTbIO
otcyTtcTtByeT (feneuna SMNI). Takxe nabopaTtopus MOXKeT
MPOBEPUTb MMEIOLLIEECA KOMMYECTBO Konui reHa SMN2.

Kak nNpoxXoAuUT reHeTu4eCcKasd AUMarHOCTUKa

KpoBb

Mpu nogo3peHmu
Ha CMA
BbINOMHAETCS
aHann3 KpoBM.
[ocTtatoyHo
HECKOSbKMX
Kanenb, 4ToObI

NMPOBECTN aHaNn3.

AHanus
MccnepoBaHue
NOKasblBaeT, UMeeT
nm red SMN1 pedekr
(myTauua SMN1I)
WX OH MOMHOCTbIO
oTCyTCTBYET (Aeneums
SMN1I). Takwe
MOXHO McCnefoBaTh
KOIMYeCTBO KOMWM
reHa SMN2.

Pesynbrat

Mpw noaTBEPKAEHUN
Noao3peHNM
CTaBuTCA

nmarHo3 CMA.

[Mpun oTcyTCTBMM
XapaKTepHbIX
NMPU3HAKOB AMarHo3
CMA uckntoyaetcs.

Mpu CMA neyeHue Hy>XHO Ha4yMHaTb ObICTPO

Y Kaxpgoro pebeHka CMA npoTteKkaeT no-cBoemy, ofHaKo

B N1060M c/yyae 3ab6oneBaHWe Bbl3blBAET NPeKpaLleHne

PaboTbl MOTOHEVPOHOB (HEPBHbIX KNETOK, KOHTPOMMPYIOLLMX
OBWKeEHMe). XOTSA Ha MbILeYHYI0 CnaboCcTb MOXHO BO3AENCTBOBaTh
onpeneneHHbIMM BUAAMM Tepanuu, NoBpexaeHe MOTOHEMPOHOB
ABNSAETCA HeOOPATUMbIM. 103TOMY paHHSs AMArHOCTUKa M NleYeHre
npu CMA aBns0TCA 04eHb BaXHbIMU.

B mpoLwwnom naumeHTbl MOMM NoyvaTh TOMbKO NOAAEPHKMBAIOLLYHO
Tepanuio, 04HaKo 3a NnocaeaHue rogbl MeauLmMHa gocTua 60abLWwmx
ycnexoB B nevyeHnn CMA. Tenepb JOCTYMHbI BUAbI IEYEHUS,
pa3paboTaHHble Ans 60pbbbl ¢ nporpeccupoBaHmem CMA.

___________________________________________________________________________________

i ToppepkuTte cBoero pe6eHKa, NpMHUMAan pelleHUs BMecTe
! C €ero levyaluMm Bpayamm Kak MOXHo ckopee. Ecnu y Bac
! eCTb KaKue-nu6o BONpoChl, OHW BCEraa rotoBbl BaM NOMOYb.




BAPUAHTbI JIEHEHUA

MeaukameHTO3Hasn Tepanusa

Bnaropapst nocnefHUM Hay4YHbIM JOCTUMKEHUSIM CTanu AOCTYMHbI
BapuaHThbl neveHnss CMA, 1 Bce 6onblue NpenapaTtoB HaxoAsaTCs
Ha GUHaNbHbIX CTaAMAaX KIMHUYECKON pa3paboTKu. ITu
npenapatbl No-pa3HOMy 6opioTcsa ¢ nporpeccupoBaHeM CMA.

[ononHuTenbHble NoaaepXuBaloLmne MeToabl
Tepanuu CMA

YoaneHue cekpeta
M3 AbIXaTe/IbHbIX HyTeVI

MpUMeHeHWe NoAAePIKKM
JbIXaHWs BO BPeMs CHa

dusnyeckas Tepanus HyTputnBHaS

NoAJepMKa v nuTaHue

MpodunakTMka MHOEKLMI
JblXaTenbHbIX MyTen

OpTonegunyeckoe
NeveHue

by = &

__________________________________________________________________________________

i Ba)KHO 06CyaAUTb CO CBOMM JleYaluuM BpayoMm, KaKkue i
i MeToAbl Ie4YeHUs U NoAAEPXKKU Ballero pebeHKa 6yayT !
ONS HEro HaunyyLnMH.




KPATKAAl XAPAKTEPUCTUKA CMA

300poBble JII0AW: ABMKEHUE MbILIL, 3aBUCUT OT MHOrUX aKkTopoB

leHbl SMN (resi Tew ST
BbIXKMBaeMOCTH MOTOHEHPOHA)
cuHTe3npyrT 6enok SMN

Y 3a0poBbIx toaen reHbl SMN

CMHTE3UPYIOT 6ENOK Mo Ha3BaHWEM

SMN. CyuiecTByeT ABa TMna reHa

SMN: ocHoBHOW reH SMN1

1 pe3epBHbIN reH SMN2.

Benok SMN u3HeHHO Momoneiipon
Heo0XoAMM MOTOHEMPOHaM AJist
HOPMa/bHOro (pyHKLMOHUPOBAHUS

U BbDXKUBaAHUSA

BonbWWHCTBO QYyHKLMOHANbHbIX GENKOB :

SMN cvHTE3UPYIOTCS OCHOBHLIM FEHOM Benok SMN
SMNI.

MOTOHeﬁPOHbI npoBoAAT CUrHaNbI )
ana ABUXKEHUA MbILLL, ' Momaue&pou
Ocobble TMMbI HEPBHbIX KIETOK MOA
Ha3BaHWeM MOTOHEMPOHbI MPOBOAST CUrHasbI
JIBUEHMS U3 TOTIOBHOTO MO3ra K CrIMHHOMY
MO3ry (LeHTpasnbHble MOTOHEMPOHbI)

o Mblw.u,a
1 Mbllwuam (nepudepryeckue MOTOHEMPOHBI).

MbiLiLbl ABUraloTcs B OTBET
Ha CUrHasbl, Nojly4YeHHble

U3 roJIOBHOro mMmo3ra
MbilLbl 300POBLIE U CUSIbHbIE.

Pedenok

Mbmu,a’

MaumneHTbl co CMA: B pesynbtaTe HacneacTBEHHOrO
3a60/1€BaHNUs Pa3BUBAETCA MbllEYHas cnabocTb

Omcymembue Ten SMN2

unw degpekm rewa SHN7T
i %

7 Konuuecwlo Senka.
CMN Hedocmamouno

Ten SMN1 pegeKtHbIN nam

OTCYTCTBYET

M3-3a gedeKTa unm oTcyTCTBMS reHa
SMN1 He cuHTe3WpyeTCs AOCTaTOYHOe
KonuyectBo 6enka SMN. Pe3epBHbii
reH SMIN2 He MOXET CMHTE3MPOBATb
JocTaToyHoe Konuyectso 6enka SMN
CaMOCTOSATENBHO.

Hegpyukuuonansuuiii
MomoHeilpoH benok SMN

MotoHelipoHaM HefoCTaTOYHO
6enka SMN

[na HopmansHoro
bYHKLUMOHMPOBAHWS U BbIXMBaHMS
MOTOHeNpPOHaM HeobXxoanMOo
[IOCTAaTOYHOE KOMMYECTBO Genka
SMN.

Hegpyukuuonansuuiii
A MOMOHRUPOH

MbllMeHHaﬂ

"' cnadocms

MNMoBpexaeHne MOTOHENPOHOB
MNeprdepryecKkre MOTOHENPOHBI,
uayLme oT CMUHHOro Mo3ra

K MbILULAM, NOBPEXAALOTCS

1 He MOryT NPOBOANUTb CUrHaNbI

OT ro/I0BHOMO MO3ra K MblLULIE.

Pefenok

&=

Moiweunas cnadocms

Mbiwubl He ABUralTcs, TaK
KaK He MoJly4yalT CUMrHabl

OT roJIoBHOro Mmo3ra
MblWwubl aTpodurpytoTca U BCe
0onblue ocnabesator.




XU3Hb CO CMA

Yxon 3a naumeHTamu co CMA nogpasymeBaet
MYNbTUAUCLMINIMHAPHBIN Noaxod. Bbl MOXETE MOny4uTh
KOHCYNbTaLMIO Bpayen pasHblx cneuunanbHOCTEN, KOTopble
MpPeaocTaBAT MOMOLLb M PEKOMEHAALMM MO:

¢ [ObIXaHUIO (I'IyJ'IbMOHOJ'IOFVILleCKaﬂ ¢ nogaepxke beHKLI,VIVI KULEYHNKa;

NMOMOLLb); * MeAMKaMeHTO3HOM Tepanuu;
* peabunutaumm (usmnyeckas * APYrMM CUMMNTOMaM Maun

Tepanus); npobnemam, ¢ KOTOPbIMHU Bbl
° OpTOMNEeAMYECKOW NMOMOLLM; MOXETe CTONKHYTHCS.

* HYTPUTMBHOM MOAMEPIKKE;

Balu nevaumin Bpay 6yaet nogaepxuBaTb Bac, obecneympas

BCeM HeobxoaMMon MHPopMmaLmen. YoeamTech, 4To BaM ACHbI BCE
yKazaHus, 1 npu nobbix 3aTpyaHeHUsX Bcera obpallanTech

3a JOMNOMHUTENbHBIMU NMOSICHEHUAMM.

AONOJ/IHUTENIbHAA NMOAAEPHKKA

BaHO NOMHWTb, 4TO Bbl HE OAMHOKM: MO BCEMY MUPY ECTb CEMbM,
KOTOpbIE TOXe Yepes 310 NpoxoasT. CyLIECTBYIOT MEXAyHaPOAHbIE U
NoKanbHbIE NALMEHTCKWE OpraHM3aLun, KOTopble MOryT MOMOYb BaM
6onbLie y3HaTb 0 CMA, a TaKkKe CBS3aTbCA C APYTMMU CEMbSIMU,
KoTopble 6optoTcs co CMA.

9T1a opraHu3auus rotoea
noaJepxaTb Bac M Bally CEMbIO.

CEMbM CMA

BnarotBopuTENbHBIM GOHA MOMOLLM 6ONBHBIM CMMHANBHOM
MbILWEYHOW aTpodUer U APYrMMU HEPBHO-MbILLEYHbIMK
3aboneBanuamu «Cembn CMA» — poccuicKas nauneHTcKas
opraHusaLms, 06beanHsoLLas POCCUMICKME CeMbM ¢ AnarHozom CMA
1 OKasblBatoLLlas MHOOPMALIMOHHYIO M COLIMaNbHYI0 NMOAAEPHKKY.

Ecnwv Bbl v Ball 6IM3KKMI YenoBek CTONKHYMCL co CMA, Bbl MOXETE
06paTuTbCs B GOHA 3a MHdOPMaLIMer 0 3a6oneBaHUM U MOMOLLbIO.
CoTpyaHWKK doHAa NOMOryT MUHUMU3UPOBATL TPYAHOCTH, NPEOAONETb
M30MPOBAHHOCTb, J0OWTBLCA peanv3aLy npasa Ha KOMGOPTHYIO

U Ka4yeCTBEHHYIO KM3Hb.

Camr: f-sma.ru

([
E-mail: info@f-sma.ru, family@f-sma.ru (J
Ten.: +7 (495) 544 49 89 m




20

C/1I0OBAPb TEPMHUHOB

I
Atpodus MoToHeNpoH 3TU 0COBbLIE HEPBHbIE KIETKM, KOTOPbIE NEPEHOCAT CUrHabl
ATpodus 03Ha4aeT UCTOLLEHWE MK YBbINb. Mblwua,
<& > > —==>— KOTOpas MCTOUIAeTCH, Ha3bIBAETCH aTPOPUPOBAHHON o OT FONIOBHOTO MO3rd K MbILILIAM ATSt KOHTRONS ABMMEHNS.
MbILLILLEH. ECTb [1Ba TMNa MOTOHEMPOHOB: LIEHTPasbHbIE MOTOHENPOHbI,
KOTOPbLIE MEPEHOCAT CUrHasbl OT FOJIOBHOTO MO3ra
--------------------------------------------------------------------------------- K CTBOMly MO3ra ¥ CrIMHHOMY MO3TY, W nepudepuyeckme
CTBON FONOBHOTO MOTOHEMPOHbI, KOTOPbIE MEPEHOCST CUrHasbI
CTBO/ rO/IOBHOTO MO3ra — YacTb TOIOBHOMO MO3ra, OT LIEHTPANbHbIX MOTOHEHPOHOB K MbILILIAM.
mosra obecrieynBaiollas KloYesble GYHKUMK opraHuama, |
(w B TOM 4YuC/e AblxaHue 1 coH. CTBON rofoBHOTO Mo3ra
\T/J COE[MHSIET CMIMHHOM MO3T C OCTaNlbHbIMU OTAENaMM Benku Benku aBnsatoTCs BaxHbIMU MOIEKY1aMMU,
rOfIOBHOIO Mo3ra. [ 3 3a/1eMCTBOBAHHbBIMM MOYTU BO BCEX DYHKLIMAX OpraHu3ma.
_________________________________________________________________________________ LI Besiku MomoraloT CTPOWTbL KNETKM opraHuama, a Takxe
MOMOraloT KneTkam TpaHCMopTMpOBaTh M CUHTE3WPOBATh
TeHb! Ba)KHbIE BELUECTBA, BOCCTAHABIMBATLCA W BbIKMBATS.
Habopbl MHPOPMaLMK, KOTOpas COOBWLAET OPraHmn3My, | L e
2 Kak cospasaTh Genku. leHbl CyluecTByIoT napamu; oAHa c CnunHanbHaa MbllueyHas atpodus (CMA) — aTo peaKoe
@ KOMMA HACNEAYETCA OT KAXAOT0 13 PoAUTeNeN. M':m:ﬂ:::ﬂ 3a60neBaHHe, KOTOPOe MPUBOANT K MOCTENEHHOMY
atpocdus, CMA 0cna6neHunio MbllliLL N0 MPUYMHE TOTO, YTO 0COBLIE HEPBHbIE
--------------------------------------------------------------------------------- KNETKM B OpraHW3Me nog Ha3BaHUEM MOTOHEWPOHbI,
—_— KOHTPONUPYIOLLME ABMMEHME MBILLLL, NEpecTarT
Ees:ne;:::;:oe pa6oTaTb. MOTOHEWPOHbI MOBPEKAAKOTCA W NepecTatoT
M3meHeHWe reHa (M3-3a aedeKTa unu MyTaLimum (bYHKUMOHMPOBATb, MOCKOLKY OHU He MosyYaoT
@A B [EHETWYECKOM KOZiE) WIK ero nonHoe orcyteteve. | | BOCTatoyHoro Konuyectsa Genka SMN. |
reH SMN1 leH SMN1 sBnsieTcs OCHOBHBLIM reHoM SV, KOTopbiid
""""""""""""""""""""""""""""""""""""""""""""""""" cuHTe3upyeT 6enok SMN, HeoBXOAUMBIN AN NPaBUIbHOK
FeHeTUYeCKoe pa6oTbl MOTOHeWpoHOB. Y ntoaei co CMA 06e Konuu 3Toro
3a6oneBaHme reHa AeQeKTHbI UK OTCYTCTBYIOT. ATO 03HAYAET, YTO KNETKU
L MaTonornyeckoe COCTOSHME, BbI3BaHHOE AedeKToM opraHuW3Ma He MOryT CMHTE3MPOBaThb [OCTATOYHO Geslka
re WM OTCYTCTBMEM FeHa UNW reHoB. TeHeTUyeckHe SMN.
3aboneeaHus aBnaoTCA HacnegyembiMd. CMA —npumep (|
b FEHETUYECKOrO 3a60MeBaHNA.
reH SMN2 .
[eH SMN2 pa6oTaeT Kak pe3epBHbIN A1 NoaaepKaHus
--------------------------------------------------------------------------------- 22 cuHTesa 6enka SMN. SMN2 cuHTeaunpyeT GyHKUMOHaNbHbIN
6enok SMN TonbKO B HEGONLLUMX KONUYECTBAX.
leHeTuyeckas lMpocToit aHanna KpoBw, NMOKa3bIBaOLMI OTCYTCTBUE WK
AnarHocTuka nedekt paccmatpuBaeMoro rera. Mpn CMA CyWeCTBYET | b
/iBa TUNa reHeTU4EeCKOM AMarHocTMy. Mepsbili TN Benok SMN Benok SMN, unu 6enoK BbXXMBAEMOCTY MOTOHENPOHOB,
noKasblBaer oTcyTCTBUE MM fledeKT reHa SMNI ¥KM3HEHHO HEOBXOAMM MOTOHEMPOHaM ANs NPaBUILHOM
v cnionb3yetes ana auarHoctii CMA. Bropoit Tan ; .. ® paboThl W BbKMBAHWS. [Py HELOCTATOYHOM KONUYECTBE
[INArHOCTUKM MOKa3blBAET, CKOMbKO CYLIECTBYET KOMMA ® 6enka SMN HelMpOHbI NOBPEXAAIOTCA 1 MepecTaloT
reHa SMN2. Horaa ABa 3TW aHanu3a BbIMONHSAT dyHKUMOHHPOBaTb. Benok SMN cuHTeanpyetcs
0NHOBPEMEHHO. OpraHW3MoM C NOMOLLbIo reHa SMN.

21




22

NMPUMEHAHUA

23



Anderton R.S. and Masatglia F.L. Expert Rev Neurother. 2015;
15(8): 895-908.

AveXis (2020 r.). 3onreHcMa® (oHacemMHoreH aGenapBoBekK),
JINCTOK-BKNaAbIW ¢ MHdOpMaLMert ans nauueHTos. Mai 2020 r.

Biogen (2020 r.). CnnHpa3a® (HycuHEepCeH), TUCTOK-BKNaAbILL
¢ uHpopmaumein ans nauuentos. Mapt 2020 r.

Bonaldo P. and Sandri M. Dis Model Mech. 2013: 6(1): 25-39.
Brook M.S., et al. Acta Physiol. 2016; 216(1): 15-41.

Chabanon A., et al. PLoS One. 2018; 13(7). doi: 10.1371/
journal.pone.0201004.

Colella P. et al. Mol Ther Methods Clin Dev 2018; 8: 87-104.
Coovert D.D., et al. Hum Mol Genet 1997; 6(8): 1205-14.

Cure SMA (2020a). Mu3Hb ¢ CMA. [JocTynHO No CCbiKe:
https://www. curesma.org/living-with-sma/. [lata o6palleHus:
aeryct 2020 r.

Cure SMA (2020b). Hocutenn CMA. [JocTynHO No ccbinKe:
https://www. curesma.org/carriers-of-sma/. [lata o6palieHus:
asryct 2020 r.

De Sanctis R., et al. Neuromuscul Disord. 2016; 26(11):
754-59.

Dimitriadi M., et al. Proc Natl Acad Sci USA. 2016; 113(30):
E4377-86.

Finkel R.S., et al. Neurology. 2014; 83(9): 810-17.

Finkel R.S., et al. Neuromuscul Disord. 2018; 28(3): 197-207.
Glascock J., et al. J Neuromuscul Dis. 2018; 5(2): 145-58.
Govoni A, et al. Mol Neurobiol. 2018; 55(8): 6307-18.

Iglesias J.E., et al. Neuroimage. 2015; 113: 184-95.

Kennedy R.A., et al. J Foot Ankle Res. 2020; 13:10. doi:
10.1186/s13047-020-0378-2.

Kirschner J., et al. Eur J Paediatr Neurol. 2020: https://doi.
org/10.1016/j.ejpn.2020.07.001.

Kolb S.J., et al. Ann Neurol. 2017; 82(6): 883-91.
Kolb S.J. and Kissel J.T. Neurol Clin. 2015; 33(4): 831-46.

Kuo L.Y. and Ehrlich B.E. Cold Spring Harb Perspect Biol. 2015;
7(2): a006023.

Lefebvre S., et al. Cell. 1995; 80(1): 155-65.
Lin C.W., et al. Pediatr Neurol. 2015; 53(4): 293-300.
Mercuri E., et al. Neuromuscul Disord. 2018; 28(2): 103-15.

HaumnoHanbHbI MHCTUTYT 30poBbs (National Institute for
Health — NIH) (2020a). CnpaBoy4HMK Mo reHeTvke. Baw
MyTEeBOAUTENb B MOHUMAHUM FeHETUYECKMX 3a60NeBaHUN.
CnuHanbHas MbllweyHas atpodus. [ocTynHo no cebinke: https://
ghr.nim.nih.gov/condition/ spinal-muscular-atrophy#genes. [lata
o6palueHus: aryct 2020 r.

NIH (2020b). CnpaBoyHHK Mo reHeTuKe. Balw nyteBoauTens

B MOHMMaHUM reHeTUYecKux 3aGoneBanuit. YTo TaKoe reH?
[octynHo no ccbinke: https://ghr.nlm.nih.gov/primer/basics/gene.
[ata o6patyenus: aryct 2020 r.

NIH (2020c). CnpaBo4HuK no reHeTuke. Baw nytesoautens
B MOHMMaHMK reHeTUYecKux 3abonesanuin. Hacnegosaxue
reHeTUYecKux 3abonesanuii. [locTynHo no ceoinke: https://
ghr.nlm.nih.gov/primer/inheritance/ riskassessment. [lata
o6palueHus: aryct 2020 r.

NIH (2020d). CnpaBoyHWK no reHeTuKe. Baw nyteBoautens
B MOHMMaHUK FeHETMYECKMX 3a6oneBaHuid. [eHHas Tepanus.

[AoctynHo no cceinke: https:/ghr.nlm.nih.gov/primer/therapy/
genetherapy. [lata o6paluerus: asryct 2020 .

NIH (2020e). Y10 TaKoe reHeTUYeCKasi MyTaLMs U Kak
NPOUCXOAAT MyTaLuu? [loctynHo no cceinke: https:/ghr.nim.
nih.gov/primer/ mutationsanddisorders/genemutation. [lata
o6paluerus: asryct 2020 r.

NIH (2020f). Yto Takoe 6enku 1 4To OHM Aenatot? [locTynHO
Mo ccbinke: https://ghr.nlm.nih.gov/primer/howgeneswork/protein.
[lata o6palueHus: asryct 2020 .

NIH (2018a). CnpaBoyHHMK Mo reHeTuKe. Balww nytesogutens

B MOHMMaHWUM reHeTM4eckmx 3abonesanuit. fen SMN1.
[octynHo no ccbinke: https:/ghr.nlm.nih.gov/gene/SMN1. [lata
o6paluerus: asryct 2020 r.

NIH (2018b). CnpaBo4HKK No reHeTuke. Baw nyTeBoautens

B MOHWMaHMK reHeTU4eckux 3abonesanni. feH SMN2.
[octynHo no ccbinke: https:/ghr.nim.nih.gov/gene/SMN2. [lata
o6paluerus: asryct 2020 r.

Nonnenmacher M. and Weber T. Gene Ther. 2012; 19(6):
649-58.

Oxcooppackue cnoapu (2020 r.). Atpodus. JocTynHo
no ccbinke: https://www. lexico.com/definition/atrophy. [ata
o6paluerus: asryct 2020 r.

Prior T.W., et al. NCBI Bookshelf 2019. Available at https://
www. ncbi.nlm.nih.gov/books/NBK1352. lata o6palieHus:
asryct 2020 .

Qian Y., et al. BMC Neurol. 2015; 15: 217.
Saraiva J., et al. J Control Release. 2016; 241: 94-109.
Schorling D.C., et al. J Neuromuscul Dis. 2020; 7(1): 1-13.

CMA Eepona (2020a). [eHeTMKa CnrHanbHON MblleYHON
arpoduu. [locTynHo Mo cebinke: https://www.sma-europe.eu/
essentials/spinal- muscular-atrophy-sma/the-genetics-of-spinal-
muscular-atrophy/. [jata o6patieHus: aryct 2020 r.

CMA Eepona (2020b). Accouuauuu nauueHtos co CMA

B pasHbIX cTpaHax. [JocTynHo no ccbike: https://www.sma-
europe.eu/about/our-members/our-member- organisations/. [lata
obpaluerus: asryct 2020 r.

JNevenne HM3 (2017 r.). PekomeHzaLmmu no MexayHapoaHbIM
cTaHgaptam nomouww npu CMA 2017 r. locTynHo no ccbinike:
https://treat-nmd.org/care- overview/2017-standards-of-care-
for-spinal-muscular-atrophy- sma/the-guide-to-the-2017-
international-standards-of-care-for- sma/. [lata o6palueHus:
asryct 2020 1.

Verhaart I.E.C., et al. Orphanet J Rare Dis. 2017; 12(1): 124.
Verhaart I.E.C., et al. Orphanet J Rare Dis. 2017; 12(1): 124.
[LononHutenbHblM dain 2: Tabnuua S1. [locTynHo no cchbinke:
https://ojrd. biomedcentral.com/articles/10.1186/s13023-017-
0671- 8#Sec13. [lata o6patueHus: asryct 2020 r.

Wang C.H., et al. J Child Neurol. 2007; 22(8): 1027-49.
Wang D. and Gao G. Discov Med. 2014; 18(98): 151-61.
Zayia L.C. and Tadi P. Neuroanatomy, motor neuron. In
StatPearls [Internet]. JocTynHo no ccbinke: https://www.ncbi.

nim.nih.gov/books/ NBK554616/. [lata o6palueHus: aBryct
2020 .

[aHHas 6poLtopa BhinylueHa KomnaHuel HoapTuc. ByKNeT npeaocTaBneH UCKNIOYUTENBHO B MHPOPMALMOHHbIX Lensx
1 He 3aMeHSIET KOHCYNbTaLMK C BallMM feyalimm Bpadyom. MHpopmaLums, CBA3aHHas co CMUHaNbHOM MblleYHOM

aTpodueit, npefHasHayeHa Ans o6LLEro 03HAKOMIEHHS.

000 «Hoeaptuc ®apma», 2021

125315, Mocksa, JleHuHrpagckui np., 4.70

. 8 (495) 967 12 70, dakc: 8 (495) 967 12 68
312153/C&G/Digital/10.21/0

) NOVARTIS




