CrMIMHAJIbHAA
MbILLUEYHASA
ATPOOUSA

NHPopMaLMOHHanA
6poLwuopa anga poguTtenen
M POACTBEHHUKOB

AeTen co CNMHaNbHOM
MbILLEeYHOM

aTpoduen

[aHHbIN MaTepuan He aBngeTcd pekoMeHdaumen
K NIeYEHMIO 1 He NoaMeHseT coB0oM KOHCYNbTalmio
cneumnanucta. ng nosydeHns KBanuduumpoBaHHom
MeOMLIMHCKON KOHCYNBTaLMM UK MOMOLLM
06paTUTECH K CBOEMY flevallieMy Bpauy.




BBEAEHMUE

Bbl MoNy4Ymnnm sToT BYKNET, Tak KaK y Ballero pebeHkKa
OMarHoCTMPOBAHO peaKoe Hac/eOCcTBeHHOe 3aboieBaHmne
Mof HasBaHWEM «CMWHaIbHas MbllleyHada aTpodus», CoKpalleHHo — CMA.

OunarHo3 CMA y Ballero pebeHka, HECOMHEHHO, MOXXET yrHeTaTb. Bbl
MOXKETE BOTHOBATHLCHA O ByayLeM pebeHka 1 BnuaHum CMA
Ha XXM3Hb BCeW Ballen ceMbMU.

Ba)KHO OTMETUTb, UTo CMA 2 beKTUBHO MoaaaeTcsa KOHTPOSIO,
eCc/n NeyeHne HayaTo Ha PaHHKUX CTaaMax M B COOTBETCTBUM

C MHOMBUAOYaNbHbIMU OCOBEHHOCTAMM TeUeHUda 3a6oneBaHna
B Ka)KOOM KOHKPETHOM criy4ae.

3TOT BYKNET co3AaH AMs Toro, YTo6bl MoAAePYXKaTb Bac B O6LLEHNN
C NevyallmM BpayoM Ballero pebeHka. B HeM Bbl HanaeTe obLimne
cBefeHna o CMA, cMMnToMax 3a60MeBaHMnaA U ero NpuYmHax.

3aboTta o 300P0Bbe Balllero MarsiblLlla I'IOTpe6yeT MHOTIO CUn,
HO Bbl BCerda MOXXeTe O6paTl/ITbCF| K CreLmManmcTamM 3a NogaepXKom.
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YTto Takoe CMA?
MpuunHa CMA
Y koro passuBaetca CMA?

Tsa)KkecTb Te4eHUs n cumntTombl CMA

OT noao3speHusa Ha CMA K agnarHosy

BapuaHTbl ne4yeHus

Ponb 6enka SMN 134
YXusHb co CMA

JononHuTtenbHaa noaaepxkKa

CnoBapb TEPMUHOB

CnnNCcoK NuTepaTypbl




4YTO TAKOE CMA?

CnuHanbHaa Mbiwe4yHasa atpodpusa (CMA) — pegkoe
reHeTu4yeckoe 3aboneBaHMe, KOTOpoe Bbi3biBaeT
NporpeccupyoLlyto MbiLLEYHYIO CTaboCTb U CO BpEMEHEM
aTpodumio (MCTOLEHUE) MbiLlL,. DTO MPOUCXOAUT U3-3a TOro,
4YTO O0co6ble HEPBHbIE K/IETKU B OpraHu3Me noa HasBaHUEM
MOTOHEMPOHbI, KOHTPONUpYIOLUME ABMKEHUE MbILLLL,
noBpeXaalTca U nepecrtaloT PyHKLUOHNPOBATD.

Y 300PO0BbIX ntogen MoToHemn POHbI MepPeHOCAT CUIMHaslbl OT
rONOBHOMO MO3ra MO CNMHHOMY MO3TY K MbllLLAM. OTW CUTHambl
KOHTPOMNPYIOT OBVMXEeHWA MblLLLL.

3popoBble noaun

fonoBHOM MO3r
3}1er o6pa3yr0'rcq CUTrHannbl
014 OBUXXeHna

MOTOHEMPOHDI

oTn crednanbHble HepBbl MNepPeHOCAT
CUIrHarbl OT rOSTIOBHOIO MO3ra

K MblWLUaM 01149 KOHTPOMA OBVXKEHUA.
Ectb oBa TMNa MOTOHel;lpOHOBI
LUeHTparibHble MOTOHel;IpOHbI, KOTOpPble
MepeHOCAT CUIrHarlbl OT rOJIOBHOIO MO3ra
K CTBOMY MO3ra 1 CMNMHHOMY MO3Ty,

1 NepudepmnyecKme MOTOHENPOHbI,
KOTOpPbIe NMepeHOCAT CUIHaslbl OT

LeHTPa bHbIX MOTOHel;lpOHOB K
MblILLIAM.

MbiWwiubl

MbILIJLI,bI COKpallakTcd nin
paccna6nq+0ch B OTBET Ha
CUIrHanbl, MocCtynarowme ot
MOTOHEM POHOB. OTW CUTHanbl
npmBOOAT Te/10 B ABWMXXeHKMe.

Y nrogen co CMA MyTauma NnpuBoaUT K NOBPEXAEHUIO

nepudepuUvHecKUx MOTOHEMPOHOB M NPeKpaLLeHUIO UX PaboTbl.

Korga nepudepunyeckme MOTOHEMPOHbI MpeKpallatoT paboTaTh,
CUrHasbl U3 FOMTOBHOIO MO3ra 60/1blie He MOCTYMakoT K MblLLLLaM.
Ecnv MbiLLLbl HE MOMy4YatoT CUTHasbl, OHM BCe 6osiblle crabetoT.

Mpu CMA cTpapaeT ABuratesibHas GyHKUUS, HO

KOFHUTUBHbIE CNOCO6HOCTU (MbICITUTb, O6y4aTbcs,
o6LaTbCcs) COXpaHAIOTCS.

JTrogn co CMA

lonoBHoOM MoO3r
Y ntogen co CMA reHepupytoTca
CUTrHanbl 4Na OBVYKEHUS MblLLLL.

MOTOHEMPOHDI

Y nopen co CMA nmMeetcs MyTaLms,
KOTOPadA BbI3bIBAET MNOBPEXOEHME
nepmndeprYecKmx MOTOHENPOHOB

M NpekpaLleHme 1x paboTbl. ITo
O3HaYaeT, YTo CUTHasbl U3 FONTIOBHOIO
MO3ra He MoCTyMnakoT Mo CAMHHOMY
MO3ry K MblLLLLE.

MbiWwubl

Ecnun Mbiwupbl 6osblue He MosyYatoT
CUrHarbl, MPKKasblBatoLLIME UM
[OBUraTbCd, OHK MOMYT aTPOPUPOBATLCA
1 ocnabeBaTb Bce bonblLue 1 6oMbLUe.



P MPUUYNHA CMA =

3popoBble noamn

leHbl SMN

Benok SMN

YT06bl MOTOHEMPOHbI MOITIV BbIXXMBATb M1 paboTaTb
Hagnex<alM o6pa3oM, OpraHM3My, MOMUMO MPOYEro,
HeobxoaMM 6enok nop, Ha3BaHMeM SMN, nnm «6enok
BbKMBAEMOCTU MOTOHEMPOHOBY. Be3 6enka SMN
MOTOHEWPOHbI MPeKpPaLLaoT PaboTy, 1 MblLLLbI CrlabetoT.

Y 300pO0BbIX Ntofer opraHmM3M CrocobeH CMHTeE3MpPoBaTb 6e1ok SMN npu
YYacCTVM reHOB, MMeHyeMbIx reHamu SMN.
CyLuectByeT ABa Tna reHa SMN — SMNT 1 SMN2.

SMN1

feH SMNT 9BNAeTCA OCHOBHbIM MrEHOM, KOTOPbIN
Y4YaCTBYET B CMHTE3e OOoMblLUEN YacT 6enka
SMN, HEOOXOAMMOrO /15 Hagexallen paboTbl
MOTOHEMPOHOB.

DYHKLKMOHANbHbIN
6enok SMN

SMN2

Xota reH SMN2 TakyKe y4acTByeT B CMHTe3e b6enlka SMN,
OH CO3[aeT HECKOJTbKO BapWaHTOB 3TOro 6eska, 13
KOTOPbIX TOSIbKO HEKOTOPbIE PabOTaOT HaA/IeXALLMM
06paszoM (byHKLMOHaNbHbIM 6enok SMN). MoaToMy reH
SMNZ paboTaeT Kak pe3epBHbIN A9 NoaaepKaHMs
CUHTEe3a 6enka SMN, HO CaMOCTOATENTbHO OH HE MOXKET
CUHTE3MPOBATL 3TOT 6EOK B JOCTAaTOYHOM KOMUYECTBE.

MauneHTbl co CMA

Y naumeHToB co CMA reH SMNT nn6o gedeKkTHbIv (C MyTaumen),
B0 MOMHOCTbHIO OTCYTCTBYET.

feH SMN2 He MOXET CUHTE3MPOBATb AOCTAaTOUHO PYHKLIMOHANBHOMO B6erka
SMN, 4To6bI BOCMONHUTL NoTepto reHa SMNI. B pe3ynesraTe npyu CMA

He CUHTE3MpyeTCa AOCTaTOYHOE KONMMYECTBO BYHKLIMOHANBbHOMO 6erka
SMN ana nogaepyaHna 300P0oBba M HOPManbHOro GYHKLIMOHWMPOBaHWA
MOTOHEMPOHOB.

OrmeymemBue unu, HegpyrkuuononbHuiit Ten SMN2
1 decpekim rena. SMN7  momoHeiipoH 2

Motwmeuros cnadocms -é‘ Hedocmamouroe konuuecmbo

yukuwoHansuoro Jenko. SMN



Y KOIo PA3BUBAETCH CMA?

Mockonbky CMA BO3HUKAaeET B pe3ynbraTe aedekKTa
(MyTauunm) nnm oTcyTCTBUA reHa, oHa cHUTaETCH
reHeTUYeCcKMM 3ab6oneBaHUEM U 06bIYHO NepepaeTcs

no HacneacTBy.

PebeHOK rnosny4vaeT ABe KOMMUU KaXKA0ro reHa: ogHy oT MaTepu

¥ ogHy oT oTua. Mpwn CMA, ecnn ogHa 13 ABYX KOMWIN reHa (OT MaTepu
AW OT oTua) AedeKTHa, 3LOPOBbLIN FEeH OT 4PYroro POAUTENA MOXKET
06ecneymTb CUHTE3 AOCTAaTOUYHOrO KoMYyecTBa 6enka SMN onq
MOMHOLLEHHOM PabOoTbl MOTOHEMPOHOB.

JTtoon ¢ ogHow 300poBon konmewn reHa SMNT 1 ogHom gedekTHOM
KOoMumem M3BEeCTHbl KaK HOCUTENU, M OBbIYHO Y HUX

HeT CUMMNTOMOB. BONbLUMHCTBO HOCUTENEM He goraabiBatoTca

0 TOM, YTo o6nagatoT AedeKTHbIM FeHOM, MOKa Y HUX

He poxkgaeTcs pebeHok co CMA.

-4 ‘ /45
1

Hocutenamu myTtauum B reHe SMNT
MoryT 6biTb oT 113 20 oo 1 13 58
yesioBeK.

4
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BepoAaTHOCTb po)XaeHUda pe6eHKa
co CMA y aByx poauTenemn,
ABNSAIOLWUXCA HOCUTENAMMN,
cocTaBndaeT 25% npu Kakaomn
6epeMeHHOCTMU.

CMA

=i)e

CornacHo CTaTUCTUYECKUM
AaHHbIM, CMA nopa)aeT
ot 1u3 7000 po 1 3 16000
HOBOPOXAEHHDbIX.

Kak Hacnepyetca CMA?

CMA 06bI4HO BO3HMKAET y pebeHKa, yHaceqoBaBLUEero ABe Konmm
nedekTHoro reHa SMNT N Mo 0QHOM KOMMM OT KayKOoro poauTens.
ITOT TUMN HacnNefoBaHWA Ha3blBaeTCA «PELLECCUBHbBIM» U

0O3HauvaeT, 4To 06bIYHO 06a PoaMTEeNs OOMKHbI BbiTb HOCUTENAMM,
4yTO6bI 3a60MEeBaHMe Nepenanocb No HacneacTsy.

o ?

HocuTtenb HocuTtenb
[NonoBuHy
reHeTnYeCcKom

MHPOPMaLMM
pebeHoK nonyyaet
OT MaTepu
1 MOMOBUHY —
oToTua

o o o [ 4
3p0poBbii HocuTtenb Hocutenb Pe6eHok co CMA
PebeHok PebeHok HacnegyeT oaHy PebeHok Hacnenyet
Hacnenyet HOPMasbHYO KOMUIO 1 OHY OedEKTHYIO KOMMo
HOPMasbHYO nedeKTHyto Konumto reHa SMNT reHa SMNT
KOMMIO reHa 1 TaKMM 06Pa30M CTaHOBUTCA OT KaKOoro
SMNIT HocuTenem CMA poauTens, v, TakMm
OT KayKoro 06pa3oMm, y Hero
poamTensa pa3BKBaeTcd CMA
M 300posbil M Hocutens B NavuyenT co CMA

Ecnn B ceMbe yxke eCTb pebeHoK co CMA, CyLLIECTBYET PUCK TOTO, YTO
nocnenyoLime 6epeMeHHOCTM MOTYT MPUBECTU K POXKOEHMIO eLlie OAHOro
pebeHka co CMA. Mo3aToMy, MPUHKUMag peLLeHMe O PacLLUMPEHUN CEMbM,
BaYKHO 06CYAMTb BapUaHTbl C BaLLMM NleYalLliM BPa4oM UM FeHETUKOM.



TAXECTb TEMEHMUA

U CUMINTOMbI CMA

Bpau oLieHMBaeT cTeneHb TawecTn CMA 1 nporpeccrpoBaHme 3a6onesaHma

MO TOMY, OOCTUTaeT TN pe6eHOK onpefgeneHHbIX 3TarnoB MOTOPHOIO PasBUTUA.

OTM 3Tanbl BKKOYAOT CNOCOBHOCTb pe6eHKa:

-
® \® :.
MoaHuMaTb ronoBy MepeBopauunBaTbcs CupeTtb

[ < s

3axBaTbiBaTb YTO-TO PyKOM MonsaTtb

CTOATb 1 XOAUTb

Bo3pacT Hayana nosiBeH1s CUMMTOMOB MCMOSb3YIOT N9 OnpeaeneHus

creneHmn TaxecTn CMA. YeM paHbLLe npoasnstoted cuMmntomMbl CMA, Tem 6onee
TSXKENbIM MOYXKET OblITb TeUeHWe 3ab6oneBaHms. Bo3pacT nosBneHWs CUMNTOMOB
TaKXKe MUCMonb3yeTcs AN onpefeneHns CTeneHn TaxecTn TedeHns CMA. BaxkHo
MOHMUMaTb, YTO Pa3Hble TUMbl CMA NPOoABASIOTCS B Pa3HOM BO3pacTe, 1 Npwu
POXAEHWW 1N B PaHHEM ETCKOM BO3PacTe PeGEHOK MOXET BbIMNAAETb 3A0POBbIM.

Poputenam ctout 06pau.|.aTb BHMMaHUe Ha cnepgywouwime
TPEeBOXHble NMPU3HAKW.

* Y Manbiwa cnaéble pyUYKu U HOXXKU, OH C TPYAOM
yOep)XXUBaeT ronosy.

Ero nnay TMXui, AbiXaHUEe 4YacTo 6pIOLLHOE.
TpyAHOCTU NMPU KOPMJIEHWU, Masbill MJI0XO FMOTaeT.

Pe6eHOK He NepeBOopayMBaEeTCsl, He MOXXET cuaeTb 6e3
noaaepXXKu.
Mpu o6Hapy)XeHUU 3TUX NPU3HAKOB 0693aTeNIbHO 06paTUTECh
K CBOeMY JleyallieMy Bpady U pacCKaXXuTe o TPYAHOCTSX,
BO3HMUKaAOLIUX Yy pe6eHKa.

KpoMe Toro, Mpu paHHen OnarHoCTMKe (Ha OCHOBaHMM aHan13a KPoBH,
B3ATOM B paMKaX CKPUHWHIa HOBOPOXAEHHbIX) AnarHo3 CMA MOXeT 6biTb
MOCTaBNEH W1 NPW OTCYTCTBUM BHELLIHMX NMPOABIEHNN 3a60on1eBaHuA.

CMA gaBnsieTcs 3a6oneBaHUeM C pa3HOO6pa3HbIMU

npoaBneHNaAM1M U LLMPOKUM AnNanasoHOM CMMINTOMOB,

KOTOpbI€ MOryT BapbUpPOBaTbCH MO CTENMeHU TAXKeCTU

JOCTUrHyTble OCHOBHbIE

3Tanbl pa3BUTUA

Hecnoco6HocTb
CaMOCTOSITE/IbHO
cupeTb (CMA | TNa)

MoXkeT cnpeTb,

B HEKOTOPbIX
cny4vaax -

CTOSAITb, HE MOXKET
caMocCTosATeNIbHO
xopuTb (CMA Il TUna)

» 18 MecaLeB <«—> <6 MecsLeB

CaMocTosiTenbHas
xoab6a (CMA Il Tuna)

YacTble CUMMNTOMbI
npu CMA II/lll Tuna:

Bo3pacT Ha MOME@HT BO3HUKHOBEHUS CUMMNTO

CaMocrosiTenbHasa
xoab6a BO B3pOC/IOM
Bo3pacTe

(CMA IV Tuna)

<«— 18 neT «

CuMnNTOMDI

OB6bI4YHO CMMMTOMbI Ppa3BMBalOTCS
B NepBble MecsLlbl Noclie poXxaeHua
M BKJTKOYAlOT:

- cnaboe yaepyK1BaHue rofosbl;

- cnabocCTb B BEPXHWUX U HUXKHUX
KOHEYHOCTAX;

- 3aTpyAHEHWE NPU ObIXaHUW U FNOTaHWUW;

- cnabbli Kallenb 1 KPpUK.

O6bI4YHO CUMMNTOMbI MOABNAOTCA
B Bo3pacTe 6-18 MecaueB:

- CNabocCTb B HUXKHUX M BEPXHUX
KOHEUYHOCTSX;

- TPYAHOCTU NPU CUaeHUn 6e3
MOAOEPXKM; |

- HecrnocobHOCTb NepeBepPHyYThCS;

- 3aMef/IeHMe UMM OTCYTCTBME OCHOBHbIX
3TarnoB MOTOPHOMO Pa3BUTUS.

O6bIYHO CUMMTOMbI Pa3BMBatOTCSH

B Mepuom OT paHHero 4eTCKoro |
Bo3pacTa (>18 MecqaLeB) 4O NO34HEro
MOAPOCTKOBOIro Bo3pacTa:

- Npobnemsbl ¢ xoabbon/MogbeMom
Mo NecTHuLe;

- MPo6neMbl C paBHOBECKEM;

- 3aTPYAHEHUs NpwW BCTaBaHUMW.

- 3aTpYAHEHUd NPW MOTaHWK U Kalune,

- Tpemop;

-+ 605b U 3aTPyOHEHWE MPW ABUMKEHNAX
B CycTaBax,

- UCKPUBEHME MO3BOHOUHMKA.

CUMMTOMbI HE Pa3BMBatOTCA 4O
HaCTyneHua B3pOCIoro Bo3pacTa.

Y ntogen ¢ aton dpopmoint CMA 06bl4HO
nMeeTca HeborbLuas MbllleYHas
cnabocTb 6e3 3aTpyaHEHWIN AblXaHUS.




OT NOAO3PEHMA

HA CMA K AUATHO3Y

MoaTBepXxaeHme guarHosa CMA Tpebyet
reHeTU4YeCcKom ANarHOCTUuKu

[Mpwn nogospeHnn Ha CMA NpoBOOUTCA reHeTnYecKasa AnarHocTmnKa:
mccnegoBaHMe HeBOMbLIOMO KOMMYECTBA KPOBW MOKa3blBaEeT, MMeeT
nwn reH SMNT nedekT (MyTaumsa B reHe SMNT) UK OH NOMHOCTbIO
oTcyTCcTBYET (meneumnsa SMNT). Takyke NabopaTopusa MOXKET NPOBEPUTb
MMetoleecs Kom4yecTBo Konmm reHa SMN2.

Kak npoxoauUT reHeTU4YecKasa AMarHocTukKa

KpoBb AHanus PesynbTaT
Mpwv nogo3peHnmn NccnepoBaHume Mpwu

Ha CMA rNMokasblBaeT, UMeeT NoOTBEPXAEHUN
BbIMoOHAETCA nv red SMNT nedekTt HanMumMa MyTaumm
aHanmM3 KpoBMW. (MyTauma SMNT) B reHe SMNIT
[JdocTtaTouHo WX OH MOSTHOCTbIO CTaBUTCSA
HEeCKObKMX Kanesb, OTCYTCTBYET (Oeneumsa onarHos CMA.
yTO6bl MPOBECTU SMNI). Takke

aHanms. MOXXHO MUCCnefoBaTb

KOTMYECTBO KOMMM
reHa SMN2.

PaclumpeHHbI HeOHaTaNlbHbIA CKPUHUHI
HoBOpOXAEeHHbIX (PHC)

B Poccurin BceM HOBOPOXXOEHHbBIM MPOBOAAT CKPUHUHI

Ha 36 HacneACTBEHHbIX 3aboneBaHni. B 1x ymcno Bxoamnt u CMA.

[na B39TMA aHanM3a Heo6XOAMMO CorfacmMe 3aKOHHOMo NpeacTaBmTend,
Yallle BCEro 3To MaTb, MOTOMY YTO KPOBb M3 MATKM HOBOPOXKAEHHOIO
6epyT Ha 2-7 CYTKU XU3HU, KOoroa pebeHoK ellle Haxo4uTCca B poadoMe.
Ecnu B pamkax PHC 6yaeT BbigBNeHO 3ab6oneBaHme, B YacTHOCTU CMA,
CEMbIO HaMpPaBAT Ha AOMOMHUTENbHbIE 06CNeaoBaHMS.

Cornalwagach Ha peKOMeHAO0BaHHbIE BPAaYOM aHaNm3bl, pOaUTENU OAKOT
pe6eHKy LaHC Nony4nTb HeobxodrMoe eYeHre Kak MOYKHO CKoOpee, oo
npodaBeHnd CUMMNTOMOB OMaCHbIX MHBaNMNON3NPYOLWNX 3a6oneBaHuMn.

Mpun nopo3peHnmn Ha CMA pencTBymTe 6bICTPO, HTO6bI HE
ynycTUTb BpeMs. 3afaBaiTe BONpPOCHI /ieYalluMM BpayaMm BalLero
pe6eHKa, KoTopble MOMOryT BaM cAenaTb HEO6XoAMUMbIe LUaru.




BAPUAHTDI JIEMEHUS

JNlekapcTBeHHas Tepanusa

Bnarogapa nocnegHUM HayYHbIM OOCTUXKEHUAM CTanu AOCTYMHbI
pa3nnyHble BapWaHTbl neyeHmna CMA. MexaHW3M AenCTBMS BCeX
npenapaToB Ang nedeHna CMA HanpaBneH Ha obecrnevyeHme NpoayKLnm
6enka SMN.

AdonosiHnTenbHbIe NnoaaepXuBaloLime Mmetoabl
Tepanuu CMA

BeHTnnaumoHHana YoaneHue cekpeTa
nogaepxKa OblXxaHna M3 ObIXaTeNbHbIX MyTen
BO BpeM4d CHa

Dusmdeckas Tepanms HyTpuTMBHaA
noaaepyKKa 1 NuTaHmne

OpToneamnyeckoe MpodunakTKa

nevyeHue MHbDEKLMI AbIXaTeNbHbIX

nyTemn

Ba)xHo OGCyﬂMTb CO CBOUM J1eYalluMM Bpa4voM, KakKue MeToabl

neyeHUs U NoaAepPXKKU Ballero pe6eHKa 6yayT Aans Hero
HaUNy4LWUMMU.




POJ1b BEJIKA SMN

3JJ,OpOBbIe nav: ABM>XeHne MblLLL, 3aBNCUT OT MHOTIMX C])aKTOpOB

FeHbl SMN (reHbi
BbDKMBAEMOCTH
MOTOHEMNPOHaA)

Y 300pOBbIX 1t0AeN reHbl

Benok SMN XU3HEeHHO

Ang HopMaJsibHOro
PYHKLUMOHUPOBAHUSA
Y BbDKUBaHUSA
SMNT - OCHOBHOM reH,

Aana ABMXXeHUs MblillL

Tew SMN2
o @
CUHTEe3UpYyIoT 6e510K SMN e N
‘____—> I,l . . \:
SMN cuHTe3MnpyIoT 6eNoK nog, | °;
Ha3BaHMeM SMN. CyLecTByeT iBa O @
TMNa reHa SMN: OCHOBHOW reH e
SMNI 1 pe3epBHbIV reH SMN2. Benox SMN
Heo6X0aMUM MOTOHeMpoHam  Memeueipou P S
] o
‘. —————————————— \ o ° h
o0
KOAVPYOLLMI MPOAYKLMIO MOMHOCTbIO Benok CMN
PyHKLUMOHanbHoro 6enka SMN.
MOTOHeﬁpOHbI npoBOAAT CUIMHaNbI
o
Ocobble TVMbl HEPBHbIX KNETOK Mowmoneiipon
rnof HazBaHMEeM MOTOHEWPOHDbI
MPOBOOAT CUTHalbl ABUXEHUS 13
rONTIOBHOMO MO3ra K CMUMHHOMY MO3Ty
(LeHTpanbHble MOTOHEMPOHDbI) M MblLLLLAM
(mepudepunyeckme MOTOHEMNPOHDI). @ Moo
MbliLlLU bl ABUralOTCA B OTBET
Pedenox

Ha CUrHanbl, NoJsly4eHHble
N3 rosioBHoro Mo3ra
MblLWLbI 300pP0OBblEe N CUJTbHDbIE.

MMMUZ

MauneHTbl co CMA: B pe3yribraTe Hac1e4CTBEHHOIO

3ab6051eBaHMsa Pa3BMBAETCA MbllLeYyHas cnabocTb 13-3a
HeOoCTaTOYHOM BblpaboTkM 6enika SMN

Omeymembue Tew SHMN2

unw. decpekm. rewa. SHN7
& 2

" Konuuecmbo Senka

SMN Hedocmamounoe

FeH SMNIT pedeKTHbIN

WU OoTCyTCTBYET

M3-3a pedeKTa Unm oTcyTcTBUA
reHa SMNT He cuHTe3npyeTCcH
[OCTaTOYHOE KOMMYECTBO Benka
SMN. Pe3epBHbI reH SMN2

He MOYKeT CMHTEe3MPOoBaTb
[OCTaTOYHOE KONMMYeCTBO benka
SMN camMocToaTenbHo.

Hegqpyukuuonansuei

MoToHenpoHaM
HepocTaTo4yHo 6enka SMN
,D,J'Iﬂ HOPMasribHOro
PYHKUMOHMPOBaHUSA

M BbDXKMBaHWA MOTOHePIpOHaM
HeO6XO,EI,l/IMO OJOCTaTO4HHOE

MOmoHeipoH Benok SMN KonnyecTtso 6enka SMN.
° Hegoyukuuonansuuiii HOBpe)K,neHue
MomoHEpOH MOTOHEMNPOHOB
A Mepudepunyeckme
MOTOHEWPOHbI, nayLme oT
CMWMHHOIO MO3ra K MblLULAM,
MOBPEXAATCA U He MOryT
MPOBOAUTb CUTHasbl OT
Moiweuros rONOBHOIMO MO3ra K MbliLLLLe.
-é' chnadoems

Pedenok

Moiweunas cnadocms

MbiLWiLbl HE ABUraloTCHd, TakK
KaK He No/ly4aloT CUrHasbl
OT roiIoBHOro Mo3ra
MbiLLLbl aTpODUPYIOTCA U BCe
6onblle ocrabeBatoT.




XU3Hb CO CMA

PebeHoK ¢ guarHosoM CMA Hy»>kgaeTcq B perygpHOM
HabNOEHNN Y BpaYvel pa3HbIX CAeLManbHOCTEN U CUCTEMHOM
peabunmTaLmm — He3aBMUCUMO OT TAXKECTU CMMMNTOMOB. Ha npreme
Yy Bpaya 0643aTefIbHO pacCKa3biBanTe O CBOMX HabNOAEHUAX

¥ 3afaBawviTe BOMTHYIOLLME BaC BOMPOChI. ECfiv BaM He J0 KoHLa
MOHATHbI CTOBa MW PeKOMeHAaL MKW Bpada, Bcerga obpallantech
3a AOMOSTHUTENbHbBIMK NMOSICHEHUSAMM.

Mony4unTb 6onblue MHdoPMaLMK

Mo peabunuTaumm, opTorneanyeckom
MOMOLLM, ObIXaTENbHOW U HYTPUTUBHOW
nogaepyKe, NPodUnakTnMKke HapyLLleHM,
BbI6OPY CPEeACTB TEXHUYECKOW
peabunnTaLmm Bbl MOXKETE

Ha canTe pusmkaCMA.pod

YTO6bl YMTATb CTaTbM Ha CalTe, He HY>KHbl MeOULMHCKOe
obpasoBaHMe UM crieumranbHbie 3HaHWA. MoMMMO cTaTen, pecypc
MPOUNIIOCTPUPOBAH CXeEMaMU, PEHTIEHOBCKMMM CHUMKaMM

1 BUAeo. MHdopMaLuma nogobpaHa Ha OCHOBaHMM peKoMeHaaL MM
MuH3gpaBa PO 1 onbiTa POCCUMNCKUX U 3aPYyBEXKHbBIX CMEeLManncToB.

Ba)KHO: No6ble 3aHATUA UNn npoueanypbl O/MKHbI 6bITb HAa3HAYEHbI
Y NPOBOAUTBCA cneumanmcTom. He anCTyI'IaVITe K peaGVIﬂVITaLIMVI
B AOMALLUHUX yCcnoBUaXx 6e3 KOHCynbTauunu C Bpa4oMm.

AOMNMOJTHUTEJIbHAA
NOAAEPXKA

Ba)XHO MOMHWTb, UTO Bbl HE OOAMHOKW: MO BCEMY MUPY €CTb CEMbU,
KOTOpble TOXe Yepes 3To NpoxofaT. CyLLeCcTBYIOT MeXayHapoaHble
M POCCUMCKME NALMEHTCKME OPraHM3aL M, KOTOpble MOTYT MOMOYb
BaM 6ornblue y3HaTb 0 CMA, a TakyKe CBA3aTbCA C APYTMMM CEMbAMMU,
KOTOpble CTONTKHYNTNCb co CMA.,

Ima opranugouus romoba
noddepxams §ac u fawy cemoio.

CEMbU CMA

BnarotBopuTenbHbIM GOHA MOMOLLIM 60MbHBIM CMMHANbHOMN
MblLLEYHOW aTpodUen 1 OPYrMMU HEPBHO-MbILLIEYHbBIMM
3a60n1eBaHMaIMM «CeMbh CMA» — poccuickast naLeHTcKas
opraHm3aLmMg, 06bednHALIaA POCCUMCKME CEMbM C AMarHo3om CMA
1 OKa3blBatoLLas MHGOPMALIMOHHYIO M COLManbHYIO MOAAEPKKY.

Ecnu Bbl MK Ball 6/1M3KMI YenoBeK CTONMKHYNMUCh co CMA, Bbl
MOYKeTe 06paTnTbCca B doHA 3a MHbOpMaLmen o 3aboneBaHmnm
1 nomMolLLbto. COTpYaHUKM doHOA MOMONYT MUHUMMN3NPOBATb
TPYAHOCTW, NPEeoaOoNETb M30/TMPOBAHHOCTL, 4O6UTLCA
peanusaumm npaBa Ha KOMGOPTHYIO U KaYeCTBEHHYIO YKN3Hb.

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

O
X glcma
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Atpoodua

=

ATpodura o3HavaeT UcToLleHmne nnm
y6bIMb. MbllLa, KOTOpasa MCToLAeTCs,
Ha3blBaeTcAa aTPOPUPOBAHHOM MbILLULEN.

CrBon
royioBHOro
Mo3ra

CTBO/ FONMOBHOMO MO3ra — 4acTb
rofTloBHOro Mo3ra, obecneymBatoLas
Ko4eBble d)yHKLl,l/Il/l OopraHmM3Ma, B TOM
ymcne gbixaHme n coH. CTBOM FOIOBHOTO
MO3ra COeaMHAET CMMHHOM MO3T

C OCTallbHbIMW OTAOETaMM TOJTOBHOIO MO3ra.

Habopbl MHPOpMauMK, KoTopasa coobLLaeT
OpraHu3My, Kak co3faBaTb 6esKu. TeHbl
CyLLEeCTBYIOT MapaMu; OAHa Konus
HacnepyeTcs OT KayX4oro 13 poamnTenem.

leHeTU4yeckoe
U3MEeHeHue

@

M3MeHeHMe reHa (13-3a gedeKta nnm
MyTaLUMK B reHeTUYECKOM Kofde) UK ero
MoJsIHOE OTCYTCTBME.

leHeTU4yeckoe
3a6oneBaHue

t

[ N

=B

[MaTonormyeckoe cocTosaHue, Bbl3BaHHOE
nedeKToOM 1AM OTCYTCTBMEM FreHa Uin
reHoB. [eHeTuYeckMe 3aboieBaHmUA
aBNatoTCa HacnegyemMbiMm, CMA —
npuMep reHeTn4yecKoro 3aboneBaHums.

leHeTU4yeckaqa
AWarHocTuKa

&

AHanms KpoBKW, MOKa3blBatOLLMIA
oTCyTCTBME UNnm gedekT
paccMaTpmBaeMoro reHa. lNMpuv CMA
CyLlecTByeT ABa TUMa reHETUYECKOM
OMarHOCTMKMW. [epBbI TUM MOKa3biBaeT
oTcyTcTBME Unu gedekT reHa SMNT

N UCMOMNb3yeTca ANng AMarHoCcTukm CMA.
BTopon Tmn AMarHOCTUKKM MOKa3bIBaET,
CKOJIbKO CyLLleCTByeT KOMum reHa SMN2.

MoOTOHEMNPOH

3T0 0cobble HepBHble KNTETKWN, KOTOpPble
MepeHOCAT CUIHallbl OT NOJTOBHOIO MO3ra

K MbllWLLAM 0719 KOHTPOMA OABMKEHUA. ECTb
[Ba TMMNa MOTOHEMPOHOB: LieHTPabHble
MOTOHel;IpOHbI, KOTOpPbIle NMepeHOCAT C1MIHaslbl
OT NOJTIOBHOIO MO3Tlra K CTBOJ1Yy MO3Tla

M CMMHHOMY MO3TYy, U nepmcbepmqecr(me
MOTOHel;IpOHbI, KOTOpPbIle NMepeHOCAT CMIHaslbl
OT LeHTpPaNnbHbIX MOTOHeI;IpOHOB K MblLULIAM.

Benkun aBnatoTca BaXxKHbIMKM MOJSIEKYTaMU,
3a4eMCTBOBaHHbIMK MOYTKM BO BCEX
d)yHKLI,l/IS'-lX opraHunsMa. benkum nomoratoT
CTPOUTb KNETKM OpraHM3Ma, a Takxxe
MOMOTratoT KMeTKaM TPaHCNOPTMNPOBATb

N CMHTE3NPOBATb BaXXHble BelleCTBa,
BOCCTaHaB/1IMBaTbCH M Bb>XXMBaATb.

CnuHanbHaga
MbiLUeYHaaA
aTpodus,
CMA

—

CnunHanbHaga Mbile4dHaa atpoduma (CMA) —
3TO pefKoe 3aboneBaHKe, KOTOpoe NMPUBOANT

K nocTeneHHoMy ocnabrneHmnto Mbilll, o
NPUYMHE TOro, YTO OCOObIE HEPBHbIE KNETKMU

B OpraHmM3Me nof HasBaHMeM MOTOHEMPOHbI,
KOHTPpONMpYtoLLIME ABMKEHME MbILLIL, NepecTatoT
paboTaTb. MOTOHEMPOHbI MOBPEXAAOTCA W
nepectatoT GYHKUMOHNPOBATb, MOCKOMbKY OHW He
nosy4vatoT OCTaTOYHOro KonmnyecTsa 6enka SMN.

FeH SMN1

leH SMNT aBnaeTca OCHOBHbIM reHOM

SMN, KOTOpbIN CUHTE3MPYET Benok SMN,
HEeOBXOAMMbBIN ANA NPaBUIbHOW PaboThl
MOTOHeMpOoHOB. Y ntogen co CMA obe konumm
3TOro reHa gedeKTHbl UM OTCYTCTBYIOT. 3TO
O3HayaeT, YTo K/ETKM OpraHm3Ma He MoryT
CUMHTE3MPOBaTb JOCTAaTOYHO 6enika SMN.

feH SMN2

%

leH SMN2 paboTaeT Kak pe3epBHbI And
noafdepyaHna cuHTesa 6enka SMN.

feH SMNT cuHTE3NpPYeT GYHKLMOHANbHbIN 6eM0K
SMN ToNbKO B HEGOMABLUMX KOSTMYECTBAX.

Benok SMN

Benok SMN, nnv 6enoK BbI)XMBaeMOCTU
MOTOHEMPOHOB, YXM3HEHHO HEOBXOAMM
MOTOHEMPOHaM a9 NPaBUIbHOW PaboTbl U
BbXKMBaHUS. [PV HEAOCTAaTOYHOM KONMYeCcTBe
6enka SMN HelMpoHbl MOBPEXaatoTCa 1 NepecTatoT
®YHKUMOHMPOBaTL. benok SMN crHTe3npyeTca
OpPraHM3MOM C MOMOLLbIO reHa SMN.
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