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CnuHaJjgbHasi MbIIIEYHAs aTPOpust

CnuHanbHasi MplieyHasi atpogus (najee CMA) — 3T0 TeHETHYECKOE, TPOTPecCUpYIOIIee,
WHOT/Ia CMEPTEIbHOE HEPBHO-MBIIIICYHOE 3a00sieBanre. HecMOTpst Ha TO, YTO HOBBIC CIIyYau
BCTPEYAIOTCS JOCTATOUHO PEIKO, MHOTHE toau KuBYyT co CMA. CMA nopaxkaeT mpuMEpHO OJTHOTO U3
6-10 TeICsY feTelt u ABNIIETCs BEAyIIeH B MUPE TEHETHIECKON IPHYMHON cMepTH AeTel 110 2
net. HezaBucumo ot Tskecty, Bee J1roan co CMA TepstoT ABUTaTeNbHbIE (DYHKITHH.

Kak npoucxoaur HacjieoBaHMe CIMHAJBLHOI MbIlIeYHOH aTpodun?

CrniuHanbHAsI MBIIIEYHAS! aTpousi — ayTOCOMHO-PELiecCUBHOE 3a00ieBaHKe, TO €CTh PHCK
3a00JeTh NOsBIsIeTCs y peOeHKa B TOM cllydae, €cii OH yHacieayeT 1o ogaomy reny SMN1 ¢
MYTaIUsIMHU OT KaXI0T0 ponutels. Ecimu pebeHok yHaciexyet Bcero oauH AedexTHoiil reH SMNL, on
CUUTAaETCs «KHOCHUTENeM». HocuTenn He MMEIOT CUMITTOMOB 3a00JIeBaHHSI.
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Ecnu B cemeitHOM aHaMHe3€e eCTh CITHHANIbHAS MblIlIeuHast arpodusi, To Bamy mancel oka3arbes
HOCHTENEeM OYIyT BbIlle cpenHero. [Ipu npuHATHH peleHui, CBI3aHHbIX C IJIAHUPOBAHUEM CeMbH, Bam
MOJIE3HO OYyJIET MPOKOHCYJILTUPOBATHCS ¢ BPAUOM-TEHETUKOM.

Kak nposiBiisieTcsi CliMHAJIbLHASA MbIIIeYHast aTpodust y pedenka?

VY Kax0ro ManyenTa co CMHAIBHON MBIIIEYHOH aTpoduell IMEIOTCS MHANBUAYATbHbIE
HapyILIEHUs, a CHMITOMBI MOTYT Pa3IM4yaThCsl B 3aBUCHMOCTH OT BO3pacTa Haydasa U TSHKECTH
3aboneBanus. JleTn MOTYT UCTIBITHIBATH IPOIPECCHPYIONIYIO c1a00CTh B MBIIIIIAX, PACTIOI0KEHHBIX
OyrKe K IEHTPY TeJa, TAKUX Kak Tuiedn, 6enpa u Ta3. MoryT Takxke MopaxaTbCsl MBIIIIIBI, yYaCTBYIOLIHE
B JIbIXaHUU U TJIOTAHUH.

CrnuHanbHas MbIIIEYHAS anoq)I/ISI HEC BJIHACT HA HeﬁpOHBI, OTBCTCTBCHHBIC HHTCJIJICKT.

CMA 00bIYHO MOAPA31eJAI0T HAa 4 OCHOBHBIX THIIA:
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CMA 1 THIA

Ilposengerca B BozpacTe Jo § Mec.
[Tps ecTecTEEHHOM pPAZEHTHH 2a00NeBaHHA
OETH  HE  JOCTHTAWT  CHOCODHOCTH
[NEPEEEPHYTECA HIH CHAETH, 3 OEHIAEMAad
OPOJoMEHTENEHOCTE EHIHH COCTABIIeT <2

ner?

CMA 2 Tuna

Ilpogenserca & Bo3pacTe oT 6 o 18

MECAINEE. l-[pH ECTECTECHHOM PAZBHTHH

zaboneganns JAETH HE AOCTHT AT

COoco0HOCTH XOOHTB, MOZET 'EI:IEEQBETI:EH
HCIIOIB30BAHHE MDTDIJHEDBEJ—IEOﬁ

HHEBATHIHOH KomackH!

CMA 3 Tuna

JHarHo: MoOXeT EOZHHKHYTH EIIOTE

OO0  NOOpOCTKOEOTO  EBozpacta.  llpm
ECTECTEEHHOM PasBHTHH 2a00IeEaHHEA MOCTE
OEPHOZA HOPMANBHOIO pasBHTHA JIOAH
OOCTENEHHD TEPAMNT NOAEEEHOCT, HHOTIA

H CIOCO0HOCTE XOOHTE!

CMA 4 Tuna

Iuarnoz oOBYHO YVCTAHABIHEAETCA B

3penoM  EBo3pacTe. IIpH  eCcTECTEEHHOM
PAZEHTHH = 2a00NEEaHHA MOOH  MOTYT
HCOETHEATh VMEPEHHEIE OEHTATEIBHEIE

HapYIeHEA H MEINETHY0 cnabocTs!

Benox SMN Heo6xoaum 111 GyHKIIMOHMPOBAHUSA MOTOHEHPOHOB B CHUHHOM MO3re

B cEmTeze Oemxa

VHACTEYHOT 2 rena’

OCHOBHOR HCTOYHHE

oemra SMN

SMN

HcTouHHE Manoro

KOMHIECTE4

PYEEOHOHATEHOTO DEIKA




IIpu CMA kosim4yecTBO cHHTe3MpyemMoro 6esqka SMN HeA0CTaTOYHO /ISl BBIXKKMBAHUS
HEeHPOHOB

e 3aboneBanne CMA BbI3BaHO fenenueil uian Mmytanueid reHa SMN1, 4To npuBOIUT K CHIXKEHUIO
ypoBHs Oeinka SMN

e Ecmu ren SMN1 He paGoTaer, e IMHCTBEHHBIM UCTOYHUKOM Oeika SMN cranoButcst reH SMN2,
OJIHAKO OH MPOU3BOJIUT HEJOCTATOYHO (DYHKITHOHAIBHOTO Oenka SMN

Kak mmarnocrupoBats CMA?

Bpau-reneTuk v Bpau-HEBPOJIOT MOTYT HA3HAYNUThH TeHETUUECKUI aHAITN3, KOTOPBIHA MO3BOJIHUT
MTOATBEPINTH OO MCKIIOYHNTH 3a00JIeBaHNE.

C 11enbI0 MOATBEPKICHHS JUATHO3a MPOBOJIAT MOJICKYJISIPHO-TEHETHIESCKHI aHanu3 KpoBu. OH
MOKa3bIBaCT, UMEETCs JIH y naruerTa myrtaius B reie SMN1. Kpome Toro, Hy)>kKHO OIIpeIe/IUTh YUCIIO0
konuit rera SMN2.

MOI‘yT 6I>ITI> HA3HAYCHBI U apyrne JUArHOCTHUYCCKHEC UCCIICA0BaHHUsA, B TOM YHUCJIC
JOIIOJIHUTENILHBINA TreHETHUECKUH aHaIN3.

Jleuenne CMA

B nacrosmee Bpems B neueHud CMA HCNONb3yeTCs] KOMILIEKCHBIN MOAX0 K OKa3aHUI0
MeIUIIMHCKOH MOMOIIM, BKJIIOYAIONINI KaK METUKaMEHTO3HYIO TATOT€HETHUECKYIO Tepanuio, Tak u
CHUMIITOMaTHUYECKYIO Tepanuio (KOPPEKIHIO OTAEIBHBIX CUMIITOMOB 3a00JI€BaHUS).

IIaToreHeTn4yeckas MeIUKAMEHTO3HAA Tepanusd

Bpau nogOupaet BapuaHT MHANBUAYAIBHO: YUuThIBaeT TUHII CMA, KOIMYeCTBO KONUH “pe3epBHOI0 TeHa
SMN2, Bam Texymuii GyHKIIMOHAIBHBINA CTAaTYC U IpyTrue (aKTOPHL.

Kaxkue npenaparsl ObIBAIOT:

- OnacemHoreH abenapBoBek. I eHHas Tepanus. C MOMOLIBIO aJeHOACCOLMUPOBAHHOTO BUpPYca (CEpPOTHII
9) B KJIETKH JIBUTATEIBHBIX HEWPOHOB JocTaBisieTcs: pyHKIMOHambHas Komusi TeHa SMN1. B pesynbrate
BOCCTaHABIIMBAETCS BBEIpaOOTKa HY)KHOTO Oesika. BBeneHne oqHOKpaTHOE (BHYTpHBEHHASI HH(Y3Hs).
Ilepen nprMeHEHHEM HYXXHO NIPOBEPUTH HATWYHME AHTUTEN K HCIOIb3YeMOMY BUPYCY (€CII OHM €CTb,
npenapar He MOI0UIeT).

- Hycunepcen. 9To aHTHCMBICTIOBOM onuronykiieotua. OH KOPPEKTUPYET Mpolece crulaiicuura (COOpKu)
PHK y “peseproro” rena SMN2, 4To0BI B KJIETKaX CHHTE3UPOBAJICS MOTHOICHHBIN Oemok SMN.
[Ipenapat BBOAAT HHTPATEKAIBHO — MIPSIMO B CHMHHOMO3TOBOM KaHal (d4epe3 JIoMOalIbHYIO MYHKIHIO). B
Hayase Kypca JAeJar0T HECKOJIBKO HHBEKIMI C HeOOJIBIINM HHTEPBAIOM, a 3aTE€M IIEPEXOIAIT Ha

MO IICP>KUBAIONITNE BBEICHUS (IIPUMEPHO pa3 B 4 MecsIla) MOKHU3HEHHO.

- Pucaucmnam. D10 HU3KOMOJIEKY/ISpHBIN Moaudukarop ciutaiicunra. O Toxke padoraeT ¢ reHoM SMN2,
HO JICWCTBYET WHAUE: IIOMOTAeT CABHHYTH OanaHC Tak, 4ToObl B MaTpuuHyto PHK BKiIrOUacs HyXHBIN
9K30H, U B Pe3yJIbTaTe BeIpadaThiBasiock Ooble pyHKIHOHATBHOrO Oeka. [Ipenapatr npuHUMaioT
NEepOpaNIbHO (Yepe3 poT) eXeTHEBHO Ha POTSHKEHUH BCEH KU3HH.

Y10 BAKHO 3HATH!

UeM paHbllle HaYaTa TEPAITHs, TEM BBIIIE MOTESHIMAN JJIs 3aMe JICHHSI TPOTPECCUPOBAHUS
0oJIe3HN U COXpaHEHHs (a MHOT/Ia U IPHOOPETEHMSI) IBUTATEIIBHBIX HABBIKOB. OUeHB BaXKHO MMapajuIieIbHO
3aHUMATKLCS CUMIITOMATHYCCKUM JICYCHUEM U peaOuInTaIueii:



Mopnep:xuBaTh AbIXaTeJbHYI0O (PYHKIHUI0. [TOMOIIb IS TOAICPKKH AbIXaTSIIbHOM (DYHKIIUH
3aHMMAaeT IIEHTPAIbHOE MECTO B BejieHnr nanueHToB co CMA. M3-3a cimrabocTi MBITIIT TPpyAHOHN KIIETKH
MOJKET CHIKATHCSI CIIOCOOHOCTH 3(D(HEKTHBHOTO BIXaHUS M OTKAIILIMBAHMS, OTYCTO IMOBBIIIACTCS PUCK
WH(EKINH.

Koppexknus oproneguuecknx npodaem. Ckonno3 (MCKpUBICHHE TO3BOHOYHUKA) —
pacmpocTpaHeHHas mpobiiemMa y 1eTeil co CIIMHANBHON MBIIIEYHON aTpodueid, 00ycIoBIeHHas
MBINIEYHOH ¢1a00CThI0. Bpau-TpaBMaTonor-opTorne,; MOKeT MOPEKOMEHI0BATh IPUMEHEHHUE CPEJICTB
MO IICPKAHMSI TTO3bI (OPTE3UPOBAHKE) WM XUPYPTUUYCCKYHO KOPPEKIIHIO CKOJIMO03a.

Kontpoas nuranus. 13-3a mpievynoii ciadoctu getu co CMA MOTyT TepsiTh CHIOCOOHOCTD
JKEBATh U INIOTaTh. BO3HUKAET PUCK BIBIXaHUS IUIIU U XKUIKOCTU B JIETKUE BO BPEMs €11l U PA3BUTUS
pecniupaTopHbIX HH(ekuuil. Ponureny u Bpaun MOTyT OpUHSTH pelleHre 00 yCTaHOBKE BPEMEHHOTO WIIN
MOCTOSIHHOTO 30H/a C LEeNblo o0ecredeHns: peOeHKa He0OXOAUMBIMH MUILEH U )KUAKOCTBIO.

MpoBoauts ¢puznorepanuro. et co CMA MoryT ObITh Uepecuyp claObIMU 715l COBEPIICHHS
JBIKEHUH B TIOJTHOM 00beMe. Bo3HUKaeT pUCK pa3BUTHS KOHTPAKTYP, KOTOPHIE B JabHEHIIIEM MOTYT
CTaTh IOCTOSHHBIMH U OTPaHUYMBATh ABIKEHU. JleueOHas GU3KyIbTypa MOXKET COCTOSTh U3
YIPa)KHEHUH 10 BOCCTAHOBJICHHIO THOKOCTH U 00IIMX (yHKIIMOHAIBHBIX BO3MOXKHOCTEH. B

OMMPEACIICHHBIX ClIy4YadX BEPTUKAIU3ATOP IMMO3BOJIACT YJIYUIINUTh IPOYHOCTDH KOCTEH 1 MOXKET
HCIIOJIb30BATHCA B JOMAITHUX YCJIOBUAX.

Ba:knbie pecypcesbl. CyIecTBYIOT MEXKIyHAPOIHBIC U POCCUNUCKHIE OPTraHU3aIINH, TPOCKTHI U
CO00IIIeCTBa, MPU3BAHHBIE TOMOYb O0JIETYHUTH XKU3Hb MarueHToB co CMA 1 ux ceMer.

IIanueHTCKHE opranmsanuu

SMA Europe — Eporeiickas namueHTckasi opranmszanus, co3nansas B 2006 roy, koropas
00BbeIUHSCT MAIUEHTCKUE U UCCIIEIOBATEILCKINE OPTaHM3AIINHU BCeil EBPOIIBI, MOCBAIIEHHBIC CITMHATEHOMN
MbieyHoi arpodun (CMA).

[Toceture sma-europe.eu

Cembu CMA — Poccwuiickas marueHTcKast opranuzanusi, yact SMA Europe, cozgana B 2015 roxy.
[IpemnaraeT MHOKECTBO MTPOEKTOB IS MAIMEHTOB U MX CEMEW, TAKMX KaK ropsdast JIMHUS, U TTOJIe3HOH
WHQOpPMAaIUH, TAKOH KaK JeTanbHOe onvcanue 0one3Hu u Oubdnanoreka myonukammid. [Tocetute f-sma.ru

HNurepHer-pecypcsl

TogetherInNSMA—wmexayHapoIHbIit BeO-caiiT, co31anHbIi i HHGOpMUpOBaHus HaiueHToB co CMA u
UX ceMeil.

ITocerure togetherinsma.com

Peruonanbusiit Meguko-renernuyeckuit neHtp 'AY3 HOAKb
Anpec: . Uensbunck, yi. bimoxepa 42a, 1 kopmyc
Tenedon: +7 (351) 232 79 94

Dnexrponnas moura: Mgk@odkb74.ru






