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CnuHanbHanA MbliweyHan atpodua

CnuHanbHble MbilweyHble atpodpun (CMA) —
rpynna reHeTU4eCcKU-AeTEPMUHUPOBAHHBIX 3a60-
neBaHWN, NPUBOAALMX K MPOrpeCcCMBHOMY pa3Bu-
TUIO CNAboCTH MbILL, U UX aTpodumn. FeHeTUYECKIi
AedeKT NoKann3yeTcA Ha XpoMocoMe 5q ¢ BoBfe-
yeHneM reHa SMN1 (survival motor neuron gene 1).
B naTonornyeckuii npouecc BOBAEKAOTCA MbILLLbI
Tena n gblxaTefibHble MblLLLbl (B CBA3M C NOCTENeH-
HOW noTeper MOTOHENpPOHOB B CMMHHOM MO3re),
a TaKMe MbllLbl NLA U rioTaTenbHble (M3 noTepu
MOTOHENPOHOB B CTBOJIE FO/IOBHOMO MO3ra).

PacnpocTpaHeHHocTb: 1 cnyyan Ha 6-10 Thic.
HOBOpPO*KAEHHbIX. HocuTenb 3aboneBaHnsa — KarK-
abin 40-60-1 YyenoBek.

OcHoBHble Tunbl CMA:

o CMATUN | (04eHb paHHM Bo3pacT, 6bICTpO Npo-
rpeccupytoliee TedeHne, cuHapoM BepaHura-
lodbdmaHa);

e CMA Tun Il (paHHU BO3pacT, XPOHUYECKM MpPO-
rpeccupytoliee Te4yeHue);

e CMA Tun lll (loBEHWUNbHAA ¢dopMa, XpoHU4e-
CKM Mporpeccupyiollee TeyeHune, CUHAPOM
Kyrenbbepra-BenaHgepa);

e CMA tun IV (Ha4ano Bo B3poC/IOM BO3pacTe).



CnuHanbHaA MbllweYyHas atpodus

Knaccndurauma TMNoB ycnoBHa M OCHOBbIBA-
eTCA Ha K/IMHUYECKOW KapTuHe.

Ectb gpyrue tunbl CMA, KoTopble He CBA3aHbI
C nopaeHneM reHa SMN, a Take He yKnagbl-
BalOTCA B KJlaCCMYECKMe paMKK KnaccudpuKraumm
(nepexogHble GopMbl).

O6wasn KNMHUM4YecKan xapaktepuctuka CMA

3aboneBaHna  MaHUPECTUPYIOT  MbILLIEYHOW
€nabocTblo M 06LWMUM yNaAKOM CUJL.

NHTennekT u YYyBCTBUTEJIbHOCTb COXPaHHbI, 1Q
4acCToO Bbllle cpegHero ypoBHA.

XapaKTepucTMKa HepBHO-MbILIEYHOMO Mopare-
HUA: MbllULUbI SIeHVBbIe, Cnabble, BANble, ApAGIbIE;
CHWMEH MbIWEYHbIA TOHYC, CHUMEHbl WU OTCYT-
CTBYIOT CyXOMW/bHble pedreKcbl; HOpMasibHble MK
OTCYTCTBYIOT MOAOLWBEHHblE pedreKchl; KpaTKo-
BpEMeHHble MNoJepruBaHnA OTAeNIbHbIX My4YKoB
MbILUL, BUAWMbIE MOA KOMeEN WA Ha A3bIKE; Mbl-
WweyHas atpodus.



KnuHuyeckme oco6eHHOCTH

KnnHuyeckue ocobeHHoCTH
oTaenbHbiX TMNos CMA

CMA mun |
(cuHdpom BepdHuza-TodppmaHa)

Bo3pacm maHugecmayuu 60s1e3Hu: <6 MecaLeB.

XapakmepucmuKa: Havnbonee Taxenasa dop-
Ma. BblparkeHHas MbllleyHas rMnoToHUA; CUHAPOM
«BANOro pebeHKax; He [eprKuUT rofioBy; He A0CTHU-
raeT CnocobHoCTM cuieTb U MepeBOpaYMBaTbLCS;
obBucuiee TeNo MNpu yOepKMBaHUU MOABELIEH-
HbIM Ha MMBOTE; MJIOXNE KalueBOW, CoOCaTesbHbI
W rnoTaTeNibHbl pedeKchl; monepxmBaHue; 4acTo
IblXaTesbHble HapylweHuA. MoxkeT HabnoaaTbes
fedopmauma CycTaBOB/KOHEYHOCTEN U3-3a BHY-
TpUYTPOOHOI rTMNOTOHUM, B @aHAMHE3€E MOMKET BbIThb
CHUMKeHHasA BHYTpUYyTpobHas akTUBHOCTb Moaa.

TeueHue 6one3Hu: rpy6an 3agepHKa MOTOp-
HOrO pa3BuUTUA; ObICTPOE pasBUTUE KOHTPAKTYP
cycTaBoB v gedopmauuu rpyaHon KneTku; npo-
rpeccupoBaHue OynbOapHbIX U AblXaTefbHbIX Ha-
pylleHuid, npobneM C rnoTaHMeM efdpl WU CIIOHbI,
OTXOMAEHWEM MOKPOTbI. BbICOKMI pUcK pa3BuTus
acnMpaunoHHbIX MHEBMOHMI. beicTpoe HapacTa-
HUe [blXxaTe/bHOW HefOCTATOYHOCTU, O0COGEeHHO
npv NpUCOeAUHEHNUN UHDERLUN.



CnuHanbHaA MbllweYyHas atpodus

Ucxo0: cpepHsas NpoaonKUTENbHOCTb HU3HU —
[0 2 neT, CMepTb HacTyrmaeT Kak NpasBuio u3-
3a HapacTaHuA AbIxaTeNbHOW HeAoCTaTOYHOCTU
N pasBuTMA NHeBMOHUN. CBoeBpeMeHHaA pecnu-
paTtopHasa noggeprka (MBJ1) mMoxeT yBennuntb
NPOLOSIKUTENbHOCTb HU3HU pebeHKa. HyxkaatoTca
B NafIMaTUBHOW NOMOLLMN.

CMA mun Il
Bo3pacm maHugpecmayuu 6one3Hu: 6-18 MecsALeB.

XapakmepucmuKa: oTCTaBaHWe B MOTOPHOM
pa3BuTuM. MoryT cuaeTb 6e3 MoaAepHKu, He-
KOTOpble — Mof3aTb WK CTOATb, HO 3TN CNOCO6-
HOCTW pedyuMpyloTCA Mo Mepe yBejnyeHus Mac-
cbl Tena. MorkeT HabnoaaTbCcA TpeMop nasbLes.
MbilleyHble U CKeNleTHble fedopMaLlun, Hapylue-
HUA OblxaHus. MNceBpornnepTpodus UKPOHOMHKHOM
MbILLLbI.

TeueHue: 3apeprkKa pas3BUTMA, OCTAHOBKA
n perpecc. lporpeccupoBaHue cnabocTn MerK-
pebepHbIX MbiLULL, MOBEPXHOCTHOro Anadparmarib-
HOro [AblXxaHWA, cnabocTu Kalnesoro pedrekca,
AblxaTenbHoON HepgocTaTovHocTu. [edopmauun
FPYAHOM KNEeTKMW, KOHTPAKTYpbl, CKOJIMO3.



KnuHuyeckme oco6eHHOCTH

Ucxo0: nannmatueHan nomollpb 1 pecnupartop-
HaA noffeprkKa YBeMYMBalOT NPOLOMHKUTENb-
HOCTb MU3HW.

CMA mun Il
(cuHOpom Kyzenbbepza-BenaHdepa)

Bo3pacm maHugpecmayuu 6one3Hu: > 18 mecaLeB.

XapakmepucmuKa: «MArkoe pacCcTPONCTBO».
MepnneHHo nporpeccupyeT. CNOXKHOCTM C KOM-
NAEKCHbIMW MOTOPHbIMW HaBblKaMK, Hanpumep,
nogbeM Mo fecTHuue, 6er. HapyweHua xeBaHus
W r0TaHMA pa3BUBAOTCA MO3MKe.

Ucxo00: nmetoT 06bIYHYIO MPOAOIKUTENBHOCTD
HU3HN.
CMA mun IV

MponBnsAeTcA BO B3pOC/IOM BO3pacTe, BCTpeya-
eTCA KpaliHe peflko U MMeeT MAFKOe TeYEHNe.



CnuHanbHaA MbllweYyHas atpodus

AnarHoctuka

Knunuueckoe o6cnedosaHue: npu nopospe-
HUWM — KOHCYNbTaLMA HEBPOJIOra U FreHeTuKa.

Bbuoxumun Kposu: KpeaTUHKMHA3a — B HOpPMe
npu CMA Tun |, B HopMe Mnn He3Ha4MTeNIbHO MOBbI-
LeHa nNpu Apyrux Tunax.

FeHemuuecKoe obcnedosaHue: npeHaTanbHO
unu noctHatanbHo. Tect [HK nytem onpepene-
HMA geneumn reHa SMN1. MoskeT 6bITb NpoBeAeHO
B MeAMKO-reHeTM4YeCKoM Hay4yHoM ueHTpe PAMH
(UeHnTp MonerynapHon leHeTuKnM).

dnekmpoHelipomuozpagua — nokasbiBaeT
CHUMKEHWE HEPBHbIX UMMNYNbCOB, NoMoraeT andde-
peHumpoBaTb CMA oT Apyrux HepBHO-MbILWEYHbIX
6onesHel. CeHcopHas HepBHas MpPOBOAUMOCTb
06bI4HO HOpMasibHaA.

Buoncusa MbiwYy — rUCTONIOrNYECKME MpU3Ha-
KM aTpodumn MbllEeYHbIX BOIOKOH, MoMoraeT and-
depeHumpoBatb CMA oT Apyrux HepBHO-MbILLEY-
HbIX 6one3HeN.

JAudpeperHyuanbHan duazHocmuKa: 60n1e3HU
MOTOHEeMpOoHa, NepBUYHbIN HOKOBOI aMUOCKIEPO3,
MbllleYyHaA AUCTPOPUA, BPOXHKAEHHbIE MMOMATUMN,
60M1e3HN HAKOMMEeHWA MMKOreHa, MMacTeHNA rpa-
BUC, MONIMOMUENNT.
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JleyeHne

JleyeHue

CnewumnanbHOro fie4eHus noka He paspaboTaHo.

HeobxoanMbl MynbTUNpodeccroHanbHbli Nog-

Xo4 M najyinatmBHaAa NOMOLb OANA yny4dleHUA Ka-
HecTBa HHU3HN.

Momoulb B nepeaBUKEHUN U CAMOOOCYHKMBA-
HUW.

®duKcauma Kopryca U KoOHe4yHoCTel (KopceTbl,
TyTOpbI M Ap.).

®dusnoTepanus, aprotepanua, dusnyeckan Te-
panuAa 1 cneuunanbHble CMAeHbA MOTYT YMeHb-
WNTb pa3BUTUE KOHTPAKTYpP CYCTaBOB M CKOJIN-
03a. [lbIxaTenbHble ynparkHeHuA.

PecnupaTtopHana nogaepka, B ToM vncne VBJI
(HeMHBa3MBHaA Yepe3 Macky UxM MHBa3MBHAA
Yyepe3 TPaxeoCcToMy), MOMKET NOHaA06UTHCA Ha
ZLLOMY MpU NporpeccupoBaHum 6oaesHu.

KopmneHue yepe3 racTpoctoMy Heobxoaumo
Npu NporpeccrpoBaHny Npo6ieM C rMoTaHUEM.



CnuHanbHaA MbllweYyHas atpodus

Kak »utb co CMA?

[narHo3 CMA MoeT 6bITb TAMKESbIM yAapOM.
Mo3ToMy BCe ufeHbl ceMbW HyaatlTcA B UHOp-
MauMOHHOM, MNCUXONOrMYECKON W  couunasibHOMN
NnoMoLLM.

MaumeHty co CMA Heobxoguma To4Has
OVAarHoCTMKa WM MoAJLeprKKa MynbTunpodeccuo-
Ha/IbHOM KOMaHAbl CMeunanMcToB Ha AoMy (Megun-
aTp, HeBposior, Kapauonor, optoned, ¢usnoTepa-
neBT, CNeUNannCTbl NAAIMATUBHOM NOMOLLM 1 AP.).
HecMoTpa Ha To, 4To cneunanbHoro nevyeHna CMA
NMoKa HeT, CUMMNTOMaTUYecKoe fieveHne, nevyebHoe
3HTepasibHoe NUTaHWe 1 NanaMaTueHasa peabunn-
TauumA MoryT NoMoYyb 3aMeanTb NporpeccupoBa-
Hue 60M1e3HM 1 Pa3BUTHUE OCTIOKHEHWIA.

[nsa nonyyeHna rocyaapCcTBEHHOW NMOMOLLN He-
06xoaMMo opopMneHne MHBANUAHOCTU U UHANBK-
ZyanbHOW NporpamMMbl peabunmTaumm.

[lnA KoMmnneKcHoro peuweHus npobneM He-
06X0OMMO HanpaBWTb CeMbi0 K CMeuunanucTy,
nMetollemMy onbIT paboTel co CMA, a Takre gaTb
KOOpAMHATBl POAUTENBbCKUX accoumauni, cny6
nananaTrBHOM NOMOLLMN.
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Kak *®utb co CMA?

Coto3 poauTenen geten-uHBaNMAOB U B3pOC-
NbIX MNALMEHTOB CO CMUHA/bHOW MbIWEYHON aTpo-
¢dueit «Cembn CMA» roToB NpeanoHnTb NoaaepH-
Ky CeMbAM, CTOJIKHYBIUMMCA C 3TUM TAMENbIM
Heayrom, a Takke obecneynTb COBPEMEHHOW UH-
dopmaumeli M NogenMTbCA ONbITOM ¥U3HM co CMA.

CawnT: http://www.f-sma.ru

lpynna BHoHTaKTe:
https://vk.com/familysma

lpynna Ha Facebook:
https://www.facebook.com/groups/fsmarussia/

E-mail: f-sma@mail.ru

Tenedo: +7 (985) 442-50-50
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CnuHanbHaA MbllweYyHas atpodus

NannuaTuBHbIe cny:K6bI B MOCKBe

Mockosckum uenTp MNM4 rey3
«HML, meauumnHcKom nomMoluu aetam 3M»
Cnyrk6a NNA:

OToeneHve nannnMaTUBHOIO NevyeHunsa Ha 30 Koek;
otaenenue MNMNO Ha gomy.

loa oTKpbITHA: 2012.

HoHTakTHasa uidpopmauus:
yn. YepTaHoBcKasn, 4. 56A;
Ten.: 8 (495) 387-13-96;
e-mail: palliativnpc@yandex.ru.

BblesgHana cny:kba
®oHpa nomMolm xocnucam «Bepax
Cnyx6a NNAQ:

MobunbHas (Bble3aHas) cayxba nananaTuBHOM
MOMOLLM AETAM U MOJI0AbIM B3POC/IbIM.

lop oTKkpbiTHA: 2013,

KoHTaKkTHaa nHpopmaumsa:
yn. JosaTtopa, a. 10;

Ten.: 8 (968) 029-38-29;
e-mail: moniava@gmail.com.
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MNannuatmeHble cny6bl B MockBe

B® PIN «eTcknin nannnatTmuB»

Cnyx6a NNAQ:
Mob6unbHas (Bble3gHan) ciy*ba nanamaTuBHOM
MOMOLLM JE€TAM U MOJObIM B3POC/IbIM.

loa oTkpbiTUA: 2011,

HoHTakTHasa uHpopmauus:
CrapoMoHeTHbIN nep., 4. 10, o¢. 400;
Ten.: 8 (499) 799-80-73;

e-mail: info@rcpcf.ru.

MepauumnHcKknin ueHTp «Munocepaue»
npu Mapdo-MapumHckon obutenm
Cnyr6a NNAO:

Mob6unbHas (Bble3gHanA) cayrKba naninaTuBHowM
MOMOLLN OeTAM.

lopg oTkpbiTHA: 2011,

KoHTakTHas uidopmauus:

yn. bonbwasna OpabiHKa, 4. 34, kopn. 1;
Ten.: 8 (495) 951-48-75, 951-02-50;
e-mail: miloserdie.mc@gmail.com.
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CnuHanbHaA MbllweYyHas atpodus

bY3 «rKb N2 13
M. H. ®. ®unatosa [13M»

Cnyrk6a NNA:
Bble3gHan nannvatMBHana MeAMLMHCKAA Ciyoa.
[eTcroe nannMatTuBHoe oTAeNeHNe HA 7 KOeK.

loa oTKpbITHA: 2013.

KoHTakTHasa uidpopmauus:

yn. CaposaAa-KyapuHckas, a. 15;
Ten.: 8 (499) 254-91-29;
Ten./dakrc: 8 (499) 254-52-92;
e-mail: admin@filatovskaya.ru

'bY3 «Mopo3sosckaa MK 43M»

Cnyr6a NNAO:
[eTcroe nannmatmBHoe oTaeneHme Ha 10 Koek.

[Jata oTKpbiTHA: 2014 roa.

KoHTaKkTHaa nuHpopmauums:

yn. BepxHsaa NepBomalickan, a. 48/15;

Ten.: 8 (495) 465-71-72, 959-88-31, 236-24-02;
Ten./dakc: 8 (499) 236-22-13;

e-mail: info@mdgkb.mosgorzdrav.ru.
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MannnatueHble cnyx6bl B MocKkBe

Cembun CMA

Coto3 pogutenen geTen-uHBaNMA0B U B3POCbIX
NauMeHTOB CO CMMHANIbHON MbllLeYHol aTpoduen
«CeMbu CMA».

KoHTaKTHaa nidopmaums:
CawnT: http://www.f-sma.ru

lpynna BHoHTaKTe:
https://vk.com/familysma

pynna Ha Facebook:
https://www.facebook.com/groups/fsmarussia/

E-mail: f-sma®@mail.ru

TenedoH: +7 (985) 442-50-50

¢
Cembn
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CnuHanbHaA MbilweYyHas atpodun

PaHHAA gnarHocTmka

BnarotBopuTenbHbIli poHA
pa3BMTUA NaIMATUBHOW MOMOLLM
«eTckun Mannmatune»

Coto3 poguTeneii eTen-nHBaIMA0B
1 B3pOC/IbIX NALMEHTOB CO CMWHANBHOW
MbllweyHow atpoduein «Cembn CMA»

Tupa 500 3K3.

CrapomoHeTHbIN nep., 10, n. 1, aTax 4, oduc 400,
MockBsa
Ten.: (499) 799-80-73
info@rcpcf.ru; www.rcpcf.ru






a’ 1 NAJUIMATUB www.f-sma.ru

6naroTBopuTenbHbIN GOHA
passutuAa nannuaTMBHoM nomowm

‘ OETCKUA  Cembu CMA

CrapoMoHeTHbIV nepeynok, 10, n. 1, atax 4, oduc 400, Mocksa
T: +7 499 799 8073 | info@rcpcf.ru | www.rcpcf.ru
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