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BBEJEHUE

B Oporrrope MbI mocTapaeMcsl KpaTKO OTBETUTh Ha BOIIPOC: UTO JIe-
JIaTh MOCJI€ TOro, KaK YCTAHOBJIEH IWarHO3 CIIMHAJIbHAsl MbIIIEUHAs
atpodus (CMA)?

Elre HeCcKOIbKO JIeT Ha3am Bbl OBl YCIIBIIIANIN, YTO, K COXKaJIEHUIO, IT0-
MOUYb HMYeM Hesb3sl. PebeHok co CMA Obl1 00pedyeH Ha pa3BUTHUE TsI-
JKeJIBIX OCJIOKHEHUI 00JIe3HN: 00€30BIKEHHOCTD, HAPYIIICHUS bIXaHUS
M TJIOTaHMSI, CKOJIMO3 (MCKPUBJIEHHUE TTO3BOHOYHMKA), KOHTPAKTYpPHhI CY-
CTaBOB, HECTTIOCOOHOCTh KOMMYHMIIMPOBATh, OTCTaBaHWE B Macce U po-
cTe, MPOOIEMbI CO CHOM U Ip.

Ho menuunHa He cTouT Ha MecTe. 3a TpaHUIIeH Hayaaud UCIOIb30-
BaTh Mperaparthl, CIOCOOHBIE OCTAHOBUTH 00J1e3Hb. B nexadpe 2016 roma
ObLT omoOpeH nepBblit mpenapat ajis JedyeHuss CMA. K orpoMmHOMy co-
JKaJIeHUIO0, OOJIBIIMHCTBO M3 3TUX JICKAPCTB IOKAa HEOOCTYITHBI AETSIM
B Poccuu, mo HECKOIBKMM HavYaluch KIMHUYECKHUE UCTIBITAHNS.

Tem He MeHee ceifuyac eCThb JOCTYIMHBIE CITOCOOBI, TaloIe BO3MOX-
HOCTb 3HAUMTEILHO YIYYIIUTh Ka4eCTBO XM3HU 1 IIpOTeKaHue 3a00J1e-
BaHUS. DTO MOXHO CIIeJaTh ITyTeM MPaBUILHOTO MEIUIIMHCKOTO COMpPO-
BOXIEHUS U yCTPaHEHUsI CUMIITOMOB 00JIe3HM (HAIlpUMeEp, ¢ IIOMOIIBIO
pecnupaTopHO MOANEePKKM 1 S9HTEPAJIbHOTO IMUTAaHUsI), a TAKXKE ITyTeM
paHHEero Havaja MCIOJb30BaHUSI Mep MO NPodUIaKTUKE Pa3BUTHUS BTO-
pnaHbIX ocnoxHeHnit CMA. Kpome Toro, KoMmruiekcHass paboTa MyJTb-
TUIUCUMIIMHAPHON KOMaHIbl MEAUIIMHCKUX U HEMEOUIIMHCKUX CIe-
LIMAJIMCTOB IIOMOXKET CIIPABUTHCS C IICUXOJIOTMYSCKUMU, COLIMAIbHBIMU
M TyXOBHBIMU TPYIHOCTSIMU, C KOTOPHIMU CTAJIKMBAETCS MALIMEHT U €ro
YJIeHBl CEMbU Ha MPOTSKEHUU BCEll XXM3HU OT MOMEHTA YCTAHOBJICHUS
nurarHoza CMA.

OT TOrO, HaCKOJbKO CBOEBPEMEHHOIN M KayeCTBEHHOI OyaeT Mo-
MOIIIb, 3aBUCUT cyabpba pederHka co CMA, ero MeTUIIMHCKOE U TICUXO0JI0-
TMYECKOe COCTOSIHME, CollalibHasl afanTalus B OOIIECTBe.



IJIABA 1. OBIIIME CBEAEHHNA O CMA

1.1. Yto Takoe CMA?

CrimHanbHasg Mbireynas atpodus (CMA) — 3To rpyrimna reHeThde-
CKMX HEWPOMBIIIEYHBIX 3a00JIeBaHMI, IIPY KOTOPHBIX Pa3BUBACTCS IIPO-
rpeccupymolias cIadocTb, aTpodus W IMapajlnd MBIIII B pe3yIbTaTe Mo-
pakKeHUs HEPBHBIX KJIETOK CIIMHHOTO Mo3ra [1].

B GonblirHCTBE ciayyaeB MPUUYMHONM AereHepaluuy U rudenu anbga-
MOTOHEHPOHOB B CIIMHHOM MO3Te SIBJISIETCSI MyTallusl B OIpeaeIeHHOMI
yactu JHK 5-i1 xpomocombl, HazbiBaeMoil reH SMNI (survival motor
neuron 1 gene, TeH BBDKMBAGMOCTH MOTOHEHPOHOB 1) M Haxomgmielcs
B obnactu 5q11.2-q13.3[1, 2].

B HOpMe maHHBII TeH KOHTPOJIMpPYeT cuHTe3 0eska SMN, urpatoiie-
To BaxKHYIO pOJib B META0O0JIM3Me HEPBHBIX KJ1eTOK. M3-3a MyTaiium naH-
Horo reHa y mozaeii co CMA npou3BOAXUTCSI MEHbIIee KOJUYECTBO Oeika
SMN, 4TO NPUBOAUT K MOTEPEe MOTOPHBIX HEMPOHOB CITMHHOIO MO3ra.
B pesynbrate 60ibHbIe CMA TEpsIIOT CIOCOOHOCTD YIPaBJISITh CBOUM Te-
JIOM, BIUIOTh IO MOJIHOM HecrmocoOHocTU nBuraTthes. I1o Mepe mporpec-
CUpOBaHUsI 00JIE3HU YTPAUYMBAETCSI CIIOCOOHOCTh CaMOCTOSITEJIbHO TJ10-
TaTh U AbIIIATh.

ITpu atom, y nereit u B3pocibix co CMA He TepsieTcsl YyBCTBUTEIIb-
HOCTB KOH, MBIIII, HEPBHOI CUCTEMBI, a TAKKE COXpPaHSIETCS] HOPMaJlb-
HbIA UHTEJUIEKT.

JaHHas reHeTUYEeCKass MyTalMsI MOXeET BHelllHe ((heHOTUITUYECKU)
MPOSIBIISITHCS pa3HBIMU KiIMHNYecKuMU TunamMu CMA: oT paHO HauMHa-
forierocss CMA 1-ro Tuna 1o MaHU(EeCTUPYIOIETO BO B3POCIOM BO3pac-
te CMA 4-ro TuUna.

1.2. Kpatkue pakrei 0 CMA

CMA — renernyeckoe 3a00JieBaHne
I'eHbl ompenensdior OOJBITMHCTBO WHIWBUAYAJBHBIX YEPT W HAIINA
YHUKaJIbHBIE XapakTepuctuku. B ciyyae CMA mpoucxoguT MyTalus
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ITABA 1

reHa SMN1, oTBedaloliero 3a CUHTE3 OeKa, KOTOPBII TOAAePKUBACT
HOpPMaJIbHOE COKpAIlleHHe MBIIIL M KOHTPOJIUPYET IBMKEHNE KOHEUHO-
CTel, MyCKYJIaTyphl OPraHOB OPIOITHOM MOJIOCTH, TOJIOBHBI, IS U IbIXa-
TEJIbHBIX MBIIIILI.

I'en SMN2 npu CMA He nopaxaetcsa. bombHerle CMA mMeIoT Kak
MUHUMYM OJIHY KOITHIO 3TOro TeHa. B 3M0poBoii mony/ssiiuu KOJu4ecTBO
Konuii reHa SMN2 BapsupyeT oT 0 10 4 Ha oHYy, 5-10, Xpomocomy. Ko-
JIM4ecTBO Komnuit reHa SMN2 HeoOXoauMo 3HATH 1T TOHUMAaHUS TIPO-
rHO3a 3a00JIeBaHUs U BbIOOpA TaKTUKM JiedueHus [1, 2].

CMA — ayTocoMHO-pelecCHBHOE HACJIEICTBEHHOE 3200 1eBaHne

CMA HacenyeTcs, TO €CTh IIepeXOIUT OT POAUTEIEH K AETSIM, 110 ay-
TOCOMHO-PEIIECCUBHOMY TUIMY. DTO 3HAYUT, YTO OOJIE3Hb pa3BUBAETCH,
eclim y pebeHka oba reHa SMNI ¢ MmyTtaumeili — 1o OTHOMY OT KaxKIoTO
pomutensa. B 96% ciyyaeB HabJ1I01aeTCS TOMO3UTOTHOE OTCYTCTBUE K-
30Ha 7 1 3K30Ha 8 B reHe SMN 1, peIKo — TOJIBKO 9K30Ha 7. Y OCTaIbHBIX
3—4% malueHTOB HaXOAAT Apyrue Mmyrauuu reva SMN1 [1].

Y ponuteneit nposineHuit CMA, Kak mpaBuJjo, He HabJrogaeTcs, Tak
KaK KaxXIblii U3 HUX SIBJISIETCSI HOCUTEIEM TOJbKO OJHOTO MyTHUPOBABIIIE-
ro reHa SMN 1, a Bropoii reH SMN 1 paboTaeT HOpMaJIbHO.

B 2% caydaeB HOCUTEIEM MOXET ObITh TOJBKO OOWH pOIMUTENb [1].
A BTOpOI1 HepabOTAOIINI T'eH PeOSHOK MOoJIyJyaeT B pe3yjabTare de-novo
myTtanuu reHa SMN I, kotopast MOXKET TIPOU3OMATU MpHU 3aKIaaKe sidlie-
KJIETKY WX CIIepMaTo30Ma.

CMA — oano u3 HauOoJ1ee pacnpoCTPaHEHHbIX 3200/1eBaHuii cpean
«peIKHX 0oJIe3HeH»

Yacrora BcTpeuaemocti CMA — ot 1 Ha 6000 no 1 Ha 10000 HOBO-
POXIEHHBIX TTO BceMy MuUpy [2].

Beccumnromubiv Hocutesiem CMA siBasiercst oaun u3 40 yenoBek [2]

CMA — HacneAacTBeHHOE peliecCUBHOE 3abojieBaHue. MHorue po-
IUTENIN, SIBIISIICH HOCHUTEIISIMM, HE 3HAIOT 00 3ToM. boibHOIT pebeHOK
poxXnaeTcs, Korjaa BCTpeyaroTcs 2 TaKMe MyTallud — CO CTOPOHBI MaTepu
1 CO CTOPOHEI OTLIA. DTO IPOUCXOIUT B CEMbSIX, IlIe HUKTO, KaK IIPaBUJIO,
He cabimran npo CMA, e He 6610 OOJBHBIX POJCTBEHHUKOB, BPEIHBIX
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OBUIWE CBEAEHHUS O CMA

(bakTOpOB Ccpeabl — HUYETO, YTO MOIJIO ObI HABECTU HA MbICIb O BBICO-
KOM PUCKE POXIEHMS peOeHKa C TeHeTUYECKM 320016 BaHUEM.

CMA — 060J1e3Hb MOTOHEHPOHOB

MoToHelpoHbl — 3TO TUIBI HEUPOHOB (HEPBOB), MOPaKaEMBbIX
npu CMA. HelipoH — 3T0 HepBHas KJeTKa, KOTopas OTHpaBJISIeT U MO-
JlydaeT CUTHaJIbI OT pa3IMYHbIX YacTelt Teja. MoToHelpoH 1Togo0eH Mpo-
BO[y, ITO KOTOPOMY Ty[a X OOpaTHO MEPENAIOTCS COOOIIEHUS OT MBIIIIII,
OTBEYAIOIIIMX 3a ABVKEHNE M KOHTPOJIb HaJl TOJIOXEHUEM TOJIOBHI, IIIEH,
Ipyau, MyCKyJaaTypbl OPraHOB OPIOLIHOM MOJOCTU U KOHEUHOCTE.

IIpnu CMA MmoToHelipoHaM CITMHHOTO MO3Tra He XBaraeT Oejika, Ha-
3piBaeMoro SMN-6enkom. [ToaToMy oHU He MOTYT (DYHKLIIMOHUPOBATh
HOPMaJIbHO U MOCTENEHHO MOrubaloT, YTO BbI3bIBAET CIA0OCTb U aTpoO-
(uro MpI (YMEHbIIeHHE B 00beMe M COKpaIlleHHe YMC/Ia MBIIIEYHBIX
BOJIOKOH) BILJIOTH 10 IMOJTHOTO MpeKpallleHUs ABUraTeJIbHOM aKTUBHOCTHU
(Trapanmy).

CMA — HepBHO-MbIIIEYHOE 3200I€BaHIE

ITpu CMA crpanatoT MbILILBI U TIeprdepryecKasi HEpBHasl cucTeMa.
I'onoBHOI MO3T (KaK 1 BCsI LIEHTpaIbHAasi HEPBHAsSI CICTEMa) He IopaKaeTcsl.

Teuyenue 00J1e3HH — Mporpeccupyiomiee

IIpu CMA cuMmniToMbl 3a00JIeBaHUSI BCe BpeMsI HapacTaloT M CTaHO-
BSTCS TsiKesiee. DTO IMPUBOAUT K MOCTOSIHHOMY YXYIIIEHUIO COCTOSIHUS
pebenka. Yem cnabee Tun CMA, TeM ObICTpee UAET MporpeccupoBaHuie
00JIE3HU.

CMA — 370 XKH3HEYrpoxKalolee U JKu3HeorpaHHIMBaoiee 3a001eBaHue

CMA yMeHbIIIaeT MpOAOKUTEIFHOCTD JKU3HN 1 YXY/IIIAeT ee Kade-
CTBO, IPUBOAUT K TSKEJIOM MHBATUAU3ALNY U TIOJIHOM 3aBUCUMOCTH OT
YJIeHOB ceMbu, ocyluecTnistomux yxod. IIpy CMA yacto pa3BuBaroT-
cs KPU3MCHBIE CUTYaIlUM, KOTOPbIE MOTYT CTaTh MPUYMHON BHE3aITHOMN
CMEPTU WU TOCTIMTAIU3alM1 pedeHKa B OTACACHE peaHuMaluu.

CobmoaeHne celaibHBIX TPaBUI MPOMPMIIaKTUKYA pa3BUTHUS KPH-
3UCHBIX CUTYyalMii U TTPAaBUII yX0OJ1a MO3BOJUT YAYYLIUTH KAUYeCTBO U MTPO-
JIOJIXKUTENBHOCTD XX1U3HU 001bHOr0 CMA.
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Boicokas CMEPTHOCTD B IETCKOM BO3pacTe

B cnyuae ectecTBeHHOro TedyeHusi 3abojieBaHUSI Oe3 MCIOJIb30Ba-
HUS CIIeUaIbHOTO 000pYIOBaHUS IS AbIXxaHUs U KopMmieHus 50 % ne-
Teit co CMA He D1oXXMUBaOT 10 ABYX JET (3TO AETU MPEUMYIIECTBEHHO CO
CMALI).

1.3. Tunst CMA

[TpungaTo BeinensaTh 4 ocHOBHBIX THITa CMA, Bce OHU ITPOTEKAOT M0~
pazHoMy [1—3]. Tun CMA BnusieT Ha BpeMsl MOSIBJACHUS TIEPBbIX CUM-
NTOMOB 00JIe3HH, Ha TSKECTh IBUTATENIbHBIX HApYIICHUI, HA XapaKTep
TEYEHUs] U CKOPOCTh Pa3BUTUSI OCJIOXHEHUI, Ha MPOIOIKUTEIbHOCTh
KM3HU 1 Ha HEOOXOAMMBII 00beM ITOMOIIM U IToAmepkku. Kak mpaBu-
JIO, YeM paHblIIe TTOSIBISIOTCS CUMITOMBI MBIIIIEYHOI C1a00CTH, TEM Obl-
CTpee Tporpeccupyet 60Je3Hb.

V kaxporo pedbeHka, Jaxe B Ipeaeax OqHOTO TUIIA, MOTYT ObITh UH-
JUBUAYalbHbIe 0coOeHHOCTU npoTekaHus CMA [3]. [ToaToMy KianHnYe-
ckmii Tum CMA [0JZKeH yCTAHABJIMBATDH ONbITHBINA Bpad (Jaiie HEBPOJIOT)
C YU4E€TOM XOPOIII0 COOpaHHOr0 aHaMHe3a, KIMHUYECKMX CUMIITOMOB, pe-
3yJbTaTOB OLICHKU (PYHKIIMOHAJIBHBIX BO3MOXHOCTE pedeHKa Mo CIie-
LUaabHbIM TecTaM (Hanpumep, Ounanenbbuitckuit Tect st CMAL).

Tun 1 (CMA1) (MnageHueckuit, 6one3nb BepaHura — Topdpma-
Ha) — Hambosee HeOmaronpusaTHas ¢opma [4]. 3aboeBaHNe TTPOSTBIIS-
€TCsI B TeUeHUE MEePBBIX 6 MecslieB XXU3HU. bojibHbIe HUKOTIA HE CUIST
0e3 MoaaepKKM, paHO BO3HUKAIOT MPOOJEMBbI C AbIXaHWEM, COCAHUEM,
motaHueM. MHTeUIeKT U IICUXUYECKOe pa3BUTHE AeTell He CTpaaaloT.

CumnTombl nipu CMAI1 mogBasiloTCS B TepBble MeCSUbl KU3HU
M TIOCTOSIHHO ITporpeccupyioT. OueHb OBICTPO Pa3BUBACTCS BRIPAXKEHHOE
CHIXKEHUE MBIIIIEYHOI0 TOHYCa (CUHIPOM «BSLIOTO pebeHKa»), aTpodus
MBI BEPXHUX M HIDKHUX KOHEYHOCTEM C ITOCIICAYIOIIM BOBJICUCHM -
€M MBIIIIIL TYJIOBUIIA U I1IeW, TeHepaJM30BaHHasl MbIIlIeUHasT TUTTOTOHMS
C XapaKTepHON MO30i «JISIryLIKW», 00e30BUKEHHOCTb, MOJHOE OTCYT-
CTBUE CYXOXMUJIBbHBIX pedeKCOB, OrpaHUYEeHNE HOPMAJIbHON ITOABIK-
HOCTHU B CyCTaBax U KOHTPAKTYpHI, AeopMaluU CKeleTa.

PebGenok He mep:KUT rojIoBy, He HAUMHAET CUACTh U IIepeBOPAUYNBATh-
csl, TeJIo OOBHCIIIee MPU YAEeP>KMBaHUM MOIBEIIEHHBIM Ha XXKuBoTe. Ha-
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OusitoaeTcst ObICTpoe ociabeHre U yracaHue KaluleBoro, cocaTesibHOro
W TJIOTaTeTLHOTO pehJIeKCOB, paHHEE HavaJlo AbIXaTeIbHbIX HAPYIIIEHUM,
nedopmariius rpyaHON KJIETKU, HApYIIIEHUE BEHTWISILIUY JIETKUX U JbIXa-
TeJbHBIE PACCTPOMCTBA U3-3a MpOrpeccupyolleil atpodun Mexpeodep-
HBIX MBIIIILL, YACThIE PECITUPATOPHbIE UHMEKIINH.

B panHeM Bo3pacte arpodusi MBIIII U MOAEPIrUBAHUSI MbILIEYHbIX
BOJIOKOH OOBIYHO MAaCKUPYIOTCSI XOPOIIIO Pa3BUTOM MOJKOXKHO-KUPOBOM
KJIeTYaTKOU. XapakTepHbIM CUMIITOMOM SIBJISIETCSI MEJIKOE TPOKaHUE
(TpemMop) najblieB BHITIHYTHIX pydek. MHOrma oOHapyXuBaroTcs moaep-
TUBaHUS MBIIIII s13bIKA ((hacunKyassuuu). TUMTMIHBIM TPU3HAKOM TaKKe
SIBJISIETCSl OcyIa0JeHUE WM TOJTHOE MCUYE3HOBEHUE CYXOXMUJIbHBIX ped-
JIEKCOB (KOJIEHHOTO, aXWJLJIOBA U 1Ip.).

be3 pecniupatopHoii MOAAEPKKU U TP €CTECTBEHHOM TEUEHUH 3a-
OosieBaHUS O0JBITMHCTBO AeTeil co CMAI nmoru6arot B mepBbie 2,5 rona
xu3Hu [4]. [IpuunHOi cMepTH SIBASIOTCS, KaK MPaBUIO, OCIOXHEHUS
CO CTOPOHBI JIETKUX, CBSI3aHHbIE C MOPAXXEHUEM JbIXaTeJbHOW W IJIO-
TaTeJIbHOW MYCKYNaTyphl (acnupanusi, TUITOBEHTWISINAS, THEBMOHUS
u Ip.).

Tun 2 (CMAZ2) (mpoMeXyTOUHBII, 00J1e3Hb JIlyOoBMIIA) SIBIISIETCS OT-
HOCUTEJIbHO OaronpusaTHOl opMoii. bojlbHbIE CTOCOOHBI CAMOCTOSI-
TeJIbHO CUAETh, HO HE MOTYT XOAuUThb. Jle61oT 3a001eBaHusl — B 7—18 Me-
CSILIEB.

IlepBoie cumnToMbl CMA2 mosBiasitorcs no3xe, yem npu CMAL,
1 XapaKTepHu3ylTcs 00jiee MeIICHHBIM IIporpeccupoBaHreM. [J1TaBHbBIM
MIPU3HAKOM SIBJISIETCSI HEBO3MOXKHOCTb peOeHKa BCTaTh HA HOTY U BbIpa-
JKeHHasI CJ1a00CTh MPOKCHUMAaTbHBIX MBIIIIII.

Hetu co CMA2 oOTCTaloT B MOTOPHOM pa3BUTUU, MOTYT CHUACTH
0e3 MoaaepKKU, HEKOTOPble — MO0J3aTh WIK CTOSITh, HO 3THU CITOCOOHO-
CTU penyLupyroTcs ¢ Bo3pacToM. [1o Mepe mporpeccupoBaHus 00Ie3HU
MOXKET HaOIIoaThCsl TPEMOP MNajblieB, pa3BUBAIOTCSI MBIIIICYHbBIC U CKE-
JIeTHBIE nedopMalii, KOHTPAKTYPhl X CKOJIMO3, HAPYIICHMS TJI0TaHMSI,
a TakKe MpoOJeMbl ¢ AbIXaTeJIbHOM CUCTEMOM, CBSI3aHHbIE C HapacTaHU-
eM CJIa00CTU U aTpodUU MeXpeOdepHbBIX MbIIIL, ¢ AehopMaleit rpya-
HOI KJIeTKU (HampuMep, MOBEPXHOCTHOE auadparMaibHOE AbIXaHUE,
c/1aboCTh KallaeBoro pedJekca).
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B panneM mnageHueckoM Bo3pacte net co CMA2 00BIYHO CITOCO0-
HBI COCaTh U TJI0TaTh, AbIXaTeIbHast GYHKLMST He HapylleHa, HO B OoJee
cTaplleM BO3pacTe C IPOTrpecCupoBaHIEM 0OJIE3HU ITOSIBIISIOTCS CUMIITO-
MBI AbIXaTeJIbHOU HEAOCTATOUHOCTU U MPOOJIEMbI C IPUHSITUEM UM,
a TaKxKe THyCaBOCTB TOJIOCa.

ITpu mpaBUIbHO BBICTPOEHHOW W CBOEBPEMEHHOM MOMOIIM 0O0JIb-
mKHCTBO JeTet co CMA?2 noXuBaloT A0 LIKOJABHOIO U 0oJjiee cTaplie-
ro Bo3pacrta. Jletn co CMA?2 HeKOTOpHBIl TIepro, BpeMEHHN TOCTaTOYHO
CTaOMJIBHBI. Y MHOI'MX IMallMEHTOB, HAaXOISIIUXCSI Ha PeCIMpaTOpPHOM
MOIAePXKKE, IMPOIOKUTESTBEHOCTD XKU3HU MOXKET OBITh JOCTATOYHO BHI-
cokoii. [Tpy 3ToM Ha MepBbIii IJIaH BBIXOISIT MPOOJIEMbI C TSKEIBIM CKO-
JIMO30M U KOHTpaKTypaMmu. Jlaxe y Jexkauux 1eTeit CKOa1Mo3 pa3BUBAETCS
OYEeHb OBICTPO M3-3a MPOTPECCUPOBAHUS MBIIIEUHON CIa00CTU U aTpO-
¢un. CHU3UTD CTEIIeHb MHBAJIMIN3AIlUM TTOMOXET PaHHSS MpodrIak-
THKa BTOPUYHBIX OCJIOKHEHMH ((br3mdecKas Teparusi, OpTOIIeINIecKoe
COIPOBOXIEHUE, MHAUBUAYAJIbHO ITOA00paHHbIE TEXHUUYECKUE CPECTBA
peabmIMTaunM, AWETa, pecHUpaTropHasl ITOANep:KKa, JIOTOIeINMIeCKUii
Maccax, CBOeBPEMEHHOE HaJIOXKEHHE FaCTPOCTOMBI).

Tun 3 (CMA3) (roHO1meckuii, 6one3ns Kyreapsoepra — Benannepa) —
HauboJiee OnarompusTHas u3 aetckux ¢opm CMA. Hauano kimHuue-
CKMX IPOSIBIIEHUIT — B Bo3pacte oT 18 MecsiueB a0 17 net. [TanueHT cro-
COOEH CaMOCTOSITEIbHO CTOSITh U XOAUTh, HO CO BpeMEHEM pa3BUBaeTCs
HapacTarollast MBIIIIeYHas cJIab0oCTh, ITOCTEIIEHHO TTPUBOASIIAs K MHBA-
JMan3anuu (TiepeIBIKEHUIO B KOJISICKE).

ITpu CMA3 1iporHo3 B OTHOILIEHUU MPOIOTIKUTETbHOCTH XXU3HU 10~
CTAaTOYHO OJIArOIPUSTHHIN, ITAIIMEHTHI MOTYT JOXKHUTH 0 3PEJIOro BO3pac-
Ta IIpY CBOEBPEMEHHOM KOMIIEKCHOM MOIepKKe U peadrinuTauuu (ak-
TUBHAsI peaOwimMTauusi, pu3nyecKast Teparmsi, PeryJsipHblii KOHTPOJIb
IBIXaTeIbHON (PYHKIIUM, MPODPUITIAKTHKA CKOJINO03a M KOHTPAKTYP).

OcHoBHble cuMmntoMbl CMA3: ocnabieHue MPOKCUMAIbHBIX OTAE-
JIOB MBIIII, CJIOKHOCTH ¢ KOMIUIEKCHBIMM MOTOPHBIMU HaBbIKAMM, Ha-
MpUMep TTOABEM 10 JieCTHULE, 6er. CUMITOMBI CTA00CTHU TJIOTATEIbHBIX
MBIIIIIIL PeIKO HAOJIOMAa0TCA B IETCKOM BO3pAcTe U pa3BUBAIOTCS 3HAUM -
TeJIbHO T03Xe, yeM y mauneHToB co CMA?2. HapymieHus skeBaHUS U 710~
TaHWsI, a TAKXKe JbIXaTeIbHbIe HapyIICHUS Yallle pa3BUBAIOTCSI BO B3POC-
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OBUIWE CBEAEHHUS O CMA

JIOM WIM HOIPOCTKOBOM BO3pacTe, KakK IIPaBWIO, KOTAA ITallMeHThI
TEPSIIOT CITOCOOHOCTh K CaMOCTOSITEIBHOMY TIepeABUKeHUI0. 3a00JieBa-
HUE MPOrpeccupyeT He OYeHb OBICTPO, IPOMCXOOUT MeAJICHHAS ITOTePS
MPUOOPETEHHBIX HaBBIKOB. [Iporpeccupyioiasi ciadocTh pa3BUBaeTCs
CHauajia B IPOKCUMAaJIbHBIX OTAe/IaX KOHEYHOCTE. ATpOGUs MBI Ha-
YMHAETCs ¢ HOT U ajiee paclpOoCTPaHsIeTCs Ha PyKHU.

Tun 4 (CMA4) (B3pocibiit). /et 3aboneBanus — B Bo3pacTe 15—50
JIET, BCTpeYaeTcs peiko. ¥ B3pOCIbIX 3a00JIeBaHUE MTPOTEKAET B OoJiee Jier-
Koit (popMe, ueM y JeTei.

3aboeBaHde pa3BUBAeTCS [TOBOJBHO MEIJEHHO, IPaKTUYeCKU
He BIUSS HAa MPOMOJLKMTEAbHOCTh XU3HU. [Ipu CMA4 moxeTr pa3Bu-
BaTbCs TPEMOP, a TakKe IMOCTeIIEHHO pa3BMBAeTCs CHMKEHHUE OOIIei
MBILIEUHON CHUJIbI, YTO CO BpeMEHEeM MPUBOAUT K MOTEpPEe CIIOCOOHOCTHU
K CAMOCTOSITEIbHOMY TEPEABIKCHUIO.

1.4. Yro nenatp npu noxo3penun Ha CMA?

1.4.1. Kak 3anoxo3puts CMA?

IMpeanonoxuts Hanmmaue CMA MOKHO ITPY OCMOTPE BpauyOM-HEBPO-
JIOTOM, TIeAUaTPOM MUJIK BpauyoM OOIIIeii ITPAKTUKM Ha OCHOBAaHWY KJIMHH-
YeCKHX IpOSIBIeHU (CUMITTOMOB) [1]:

* TUIIOTOHUS;

* IIPOrpeccUpyrolasi CHMMETPUYHAs CIa00CTh MBIIIIL ITPOKCHUMAThb-

HBIX OT/AEJIOB, ITOopaxaloliiasi CHavyaja 0oJIbIle HOI'M, YeM PYKU;

* ciabast MUMMKA JIU1IA, YACTO B COYETAHUM CO CIa00CThIO Oyabdap-
HOI MYCKYJIaTypBhI;

e ¢JIabOCTh AbIXaTeJbHON MYCKYJIATyphl (MeXpedepHbIX 1 auadpar-
MBbI) ¢ POpMUPOBAHUEM TUITMYHO (POPMEBI TPYIHOM KIETKH B BUIC
KOJIOKOJIa U MapagoKCaJbHOIO IbIXaHMUSI.

Hauunaercs CMA, Kak npaBujio, ¢ TUIIOTOHUMU U CAa00CTHU MBbIIIILL

MMPOKCUMAaJIbHBIX OTIEIOB HOT.

1.4.2. Kak noarBepauTh/ucKI09nTh quario3 CMA?

ITpu nmono3peHun Ha CMA B niepByI0 o4epeab NPOBOAUTCS MOJIEKY-
JIIpHO-TeHEeTUYeCcKasl TMarHoCTUKa (MOJIEKYISIpHO-TeHeTUYECKUil aHa-
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ITABA 1

mm3 JIHK) Ha cnuHanbHyI0 MBIIIEYHYIO aTpOpUIo 1711 OOHAPYKEHUS Je-
Jneuuu reHa SMN1 (puc. 1). JlaHHOe ucclienoBaHue IUPOKO AOCTYITHO
B JTI00OM PETMOHE CTPaHBbI.

| 0 konun > Mopreepxpenne 5q CMA |

CeKBeHNpO
MLPA | SMN 1 | 1 konna |—)| SVN 1

Barive | o
e | | e |2 e T
q ) HeT MyTauum
knuHuuecknin [—>| AU >2 konui

SMN 1
Anarios CMA

| MyTayma |

Y

[Lpyrve CMA
v HM3

| SMN 2 |—}| MporHo3nposaHue Taxect CMA |

MNossonset
He3ameANnTeNbHO *

BK/IOYaTb B Tepanuio
M, CHIM, KK

HeiiporeHHble
naTTepHbl

CMA - cnuHanbHas MblleyHan aTpodus T

" eHeTnyeckan
HM3 - HelipombllLeyHble 3a6oneBaHus narenb s HVI3
OMT - anexkTpomunorpadus WAV NOAHOe
CHIM - ckopocCTb HepBHOI NPOBOAVMOCTN CceBeHVpoBaHue
KK - KpeaTuHKMHa3a reHoMa/3Kk30ma

Puc. 1. DTanbl MonekynsipHo-reHeTnueckoit nuarnoctuku CMA (E. Mercuri et al. /
Neuromuscular Disorders 28 (2018) 103—115) [1].

OOpaTuTe BHMMaHME, YTO C IIOMOIIbIO T€HETUYECKOro TecTa THII
CMA He omnpenensercs. TuUn ycTaHaBIMBAaeTCs Ha OCHOBE (PYHKIIMO-
HaJIbHBIX BO3MOXKHOCTE! peOeHKa ¥ BpeMEHU ITOSBICHMS IIePBBIX KIIH-
HUYECKUX CUMIITOMOB.

Bpau-reHeTUK MHTEPIIpEeTUPYET pe3yJbTaTbl 0OCACAOBAHUIA U yCTa-
HaBiuBaeT auarHo3 CMA. Kimmnauueckuit tunm CMA ycraHaBiavMBaeT
Bpauy-HEBPOJIOT C YIYETOM XOPOIIIO COOPAaHHOTO aHaMHe3a, KIIMHUYECKUX
CHMIITOMOB, Pe3yJIbTaTOB OILIeHKN (PyHKIIMOHAIBHBIX BOBMOXHOCTEI pe-
OcHKa Mo crielMaibHbIM TecTaM (Harpumep, Ounagenbuitckuii Tect
g CMAL).

OnOHOBPEMEHHO C IIPOBEICHUEM MOJIEKYISIPHO-TEHETUYECKOIO 1C-
cinenoBaHust reHa SMNI HyXXHO OLEHMBAaThb KOJMYECTBO KOMMUI reHa
SMN2, Tak KaK 3TO BaxXHBIN (PAKTOp, KOTOPBIA MOXET BIMSITHL Ha TSI-
KeCTh KIMHUYecKuxX mposiBieHuit CMA (Ho He Bcerna). boiablmmHCTBO
nereii co CMAI1 umeror 2 xonuu reHa SMN2, co CMA2 — 3 kommu,
co CMA3 — 4 xonuu, co CMA4 — 4—6 xonuii [ 1, 2].
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OBUIWE CBEAEHHUS O CMA

B Tunmunbix cayyasgx CMA He HY>KHO TTIPOBOJIUTH MBILLIEUHYIO OMOTI-
CUIO U APYTUE NOTIOJHUTENbHBIE uccienoBaHus. PebeHOK No/KeH cpa3y
HaIpaBJISIThCS HA MOJIEKYJISIPHO-TEHETUYECKYI0 JUArHOCTUKY [1].

B crnoxnbIx cutyanusax misg auddepeHIuaaIbHO TMarHOCTUKY MO-
JKET JOIMOJHUTEIbHO Ha3HavyaTbes [1]:

* buoxumuyeckoe uccienoBaHUe CHIBOPOTKM KPOBU JUISI OIpere-
Jnenust ypoBHs kpeaTuHkuHasbl (KK). IIpu CMA ypoBeHb KK
OOBIYHO B HOpME MJIM HE3HAYMTEJIbHO MOBBIIIEH (0OBIYHO B 2—4
pasa, Ho He 6oJiee yeM B 10 pas [5]).

* OnexrtpoHelipoMuorpadust (IIOKa3bIBaeT IOpakeHUE MOTOHEM-
POHOB CITMHHOTO Mo3ra (pUTM YacTtokoJja wiu rurantckue I[J1E),
noMoraet auddepeHuupoBatb CMA OT IpyrMxX HEPBHO-MbILLIEY-
HBIX 00JIE3HEI.

* buoncus MbIlILI.

1.5. Yro nenars nocie noarsepxaeHnsa amarnoza CMA?

IIar 1. O6paTuTbCs B NANMEHTCKYI0 opranu3anuio mo CMA
3a uHdopmammeit

BnarorBoputensnbIii hoHm «Cembrn CMA» — MaeHTCKoe Coo0IIIe-
CTBO, OKa3bIBaeT ITOMOIIb ASTSIM 1 B3pociabiM co CMA Ha Bcell TeppuTo-
puu Poccun.

KoHTaKThI:

Caiit: www.f-sma.ru

DnekTpoHHas noura: info@f-sma.ru

Tenedon: +7 (495) 544-49-89

Ilar 2. BHectn 1annblie o nanuente B Peectp CMA B Poccun

H7s1 9Toro HeoOXOAMMO 3aIlOJHUTh PErMCTPALlMOHHYIO aHKETY, KO-
TOPYIO MOXKHO ITOJIYYMTH IIO0 3JIEKTPOHHOM II0YTE, HAIIpaBUB 3ampocC
Ha register@f-sma.ru uJim ckayath Ha caiite www.f-sma.ru

Peectp CMA — aT0 enuHast 0a3a naHHbIX aleHToB co CMA 110 Beeit
Poccuu. Peectp no3BoJisieT UMETh aKTyaJlbHYI0 UH(pOPMALIMIO O KOJInYe-
ctBe 601bHBIX CMA 1 ux coctostHun. Co3aaH [1s1 COBEpPILIEHCTBOBAHUS
OPTraHU3aLMOHHON CTPYKTYPHI M MEIUIIMHCKOTO COIIPOBOXIEHUS (B TOM
quce 115 TIPOJABMKEHUST COBpEMEHHBIX MeToIoB JieueHust CMA), a Tak-
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ITABA 1

Ke It “H(pOPMAaLIMOHHOM MOoAAe KKK MaiueHToB co CMA 1 yxaxuBa-
JOIIMX 3a HUMM JuLl. Bce 3aperncTpupoBaHHbIE B peecTpe 110 KeJIaHUIO
MOJIy4aroT MH(GOPMAIIMOHHYIO PACCHIIKY ¢ HOBOCTSIMM o CMA.

BaxxHo, uTo0HbI Bce nareHTsl co CMA, mpoxXXuBaroliue Ha TeppUTo-
pUM HaIlIei CTpaHbl, OBUIM BHECEHBI B 9TOT peeCcTp 1 Ha HUX ObLIa 3aI10I-
HEeHa perucTpalroHHas (popMma.

Peectp maumeHToB Benetcst baarorBoputeabHbIM GoHAOM «CeMbu
CMA». Kypatopom peectpa siBisgetcss AprembeBa Csernana bponmc-
JJaBOBHa (Bpay-HEBPOJIOT, KaHA. Meld. HayK, 3aBeAylollasl TICMXOHEB-
ponormueckuM otaeneHneM Ne2 «HUKW memmatpum mMm. akageMuKa
10.E. Beaprumesa» ®I'6OY BO PHUMY um. H.U. TTuporosa).

KoHTtakThl aJi1s1 CBSI3M MO JIIOOBIM BOIIPOCAM OTHOCHUTEJILHO peecTpa
CMA:

DJeKTpOoHHas noura: register@f-sma.ru

Tenedon: +7 (495) 544-49-89 (¢ 10 o 18 4.)

IIar 3. OopaTuTbCes 32 MOIyYeHHEM KBATU(MUIIMPOBAHHOI IOMOIIT
no CMA

MenuiHCKOe M HEMEAUIIMHCKOE COIPOBOXIECHWE MAlIMEHTOB CO
CMA [0JDXHBI OCYIIECTBIISITh CHEIMAIWCThI, MMEIOIIUE OIBbIT Bele-
HUSI HEpBHO-MBIIIIEUHBIX 00Jie3Hei, B ToM uncie CMA, B COOTBETCTBUU
C MEXXAYHApOIHBIMU PEKOMEHIAIIUSIMMU.

Tak kak CMA — peakoe 3a0oieBaHUE, TO U KBATUDUIIUPOBAHHBIX
CIIELIMAJIMCTOB B ATOM 00J1acTU Masio. B 0CHOBHOM Bce 3HaHUSI COCPEN0-
ToYeHbl Ha fMarHoctTuke CMA, a 3HaIOLIUX Y YMEIOIIMX MTPOBOAUTH PaH-
HIOIO PECIIUPATOPHYIO M SHTEPAJIbHYIO MOIACPXKKY, (PU3UUECKYIO Tepa-
MU0, OPTOIIEINYECKOE COMPOBOXIECHUE U IP. — €IUHUIIBI.

B Poccuu myabTuipodeccuoHalbHYyI0 ToMollb aeTsM co CMA yariie
BCEro 0Ka3bIBalOT KOMaHIbl MAJJIMaTUBHON MOMOIIN U AETCKME XOCIIUCHI
(Hanmpumep, B MockBe 1 MocKoBcKo# ob61actu — JleTckuii xocnuc «JIom
C MasgkoM», B pernoHax — biarorBoputenbHEBIN oHI «Bepa» n mect-
Hble NaJUTMaTUBHbBIE CJIyKOb1). B TlpunoxeHuu naH CMCOK OpraHu3a-
1A, KOTOPBIE OKA3bIBAIOT KBAMM(PUIIMPOBAHHOE MEIUIIMHCKOE COIIPO-
BOXIeHMe aeTsIM 1 B3pociabiM co CMA. Ecnu Balliero permoHa 3aech HeT,
TO 3a aKTyaJlbHOU nH@opMauueit ooparutech B GoHa «Cembu CMA».

14



IJIABA 2. KAK 1 YEM ITOMOYb?
INPUHIIUIIBI BEAEHUA ITATUEHTOB CO CMA

MHoOruX OCIOXHEHW, MPUBOASIINX K IIpeKAeBPEeMEHHON cMep-
TH WM K TSOKeJI0M MHBANMMANU3aum y 00JbHBIX CMA, MOXHO n30eXXaThb
WJIK OTCPOYUTD, €CIIN MPUACPKUBATHCS OCHOBHBIX IIPUHLIMITOB BEICHMS
CMA. ITogpo6HO OHYM TaHBI B MEXKIYHAPOIHBIX KITMHUYECKIX peKOMEH-
JALVSIX IO AMarHOCTUKE U BelleH!Io naureHToB co CMA (2018 1.) [1, 6],
IepeBoI KOTOPKIX B OJIKaliliiee BpeMsl OyaeT pa3MelleH Ha calite «Ce-
Mbu CMA»www.f-sma.ru

Lens maHHOI OpOIIIOPHI — KpaTKOe MH(POPMUPOBAHUE, B TOM YMCIIC
0 BaXXHOCTHU MCITOJIb30BaHUs MYJIbTUINCIUIIMHAPHOIO IIOAXO0Ia U pe-
aqu3aluy MeXIyHapoAHbIX MpuHLUINOB BeneHuss CMA. BBuny otcyTt-
CTBUSI 3THOIIATOTCHETUIECKOTO JIEUCHUSI, HOCTYIIHOIO B HACTOSIIHIA
MoMeHT B Poccum mist 6oabinmHeTBa 60nbHBIX CMA, ocHOBHas1 pabo-
Ta IOJDKHA OBITh HAaIlpaBJieHa Ha paHHIO MPOQPUIIAKTUKY TSKEJIBIX OC-
JnoxHeHuit. IlpodunakTruyeckoe M CBOEBPEMEHHOE MCIOJIb30BaHUE
MEIUIIMHCKOM amapaTypbl 1 COBPEMEHHBIX IMPAKTUK YXOIa MOXET 3Ha-
YUTEJIbHO 00JIETINTD IPOSIBIICHUS 00JI€3HU M MIOBBICUTH KA9€CTBO U ITPO-
JOJKUTETbHOCTD XKU3HU TaieHToB co CMA.

2.1. MyasTHIMCIMILIMHAPHBINA ceMeiHO-0PHEHTHPOBAHHBIN MOIX0

IIpu opranm3aunu oMoty 60JpbHEIM CMA BaxkeH MYJIBTUIVCIIN-
IUIMHApHBIA CeMeiHO-OpUEeHTUPOBAHHbBIN MOIXOJ, TaK KakK IpooJe-
MbI, Bo3HuKawliue npu CMA, pazHooOpa3Hbl [1] — OT MeIULIMHCKUX
(CO CTOpPOHBI CKEJIETHO-MBIIIEUHON, MUILEeBApUTEIbHON U NbIXaTeNlb-
HOI CUCTEMBbI) 10 MCUXOCOLUATbHBIX, IOPUANYECKUX, IyXOBHBIX. B Poc-
CHM JAHHBIN MOIXOM peaan3yeTcsl B paMKaxX paO0oThl KOMaH/ IMaJInaTUB-
Ho¥i momolu. OH MO3BOJISIET POAUTENSIM/yXaKMBAIOIIMM YJieHaM CEMbU
WX CAMOMY ITAlIMEHTY OCYIIECTBIISITE KOOPIMHAIIMOHHYIO (PYHKIINIO CO-
BMECTHO CO CIIELMAJIMCTOM, OTBETCTBEHHBIM 3a KOMILIEKCHOE BeIeHUe
nauueHTta co CMA (puc. 2).
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TJIABA 2

Puc. 2. MynastuaucuumivHapHsiii moaxon (E. Mercuri et al. /Neuromuscular
Disorders 28 (2018) 103—115) [1].

Bompocel, KoTophle pelaeT MyJIbTUANCIATUIMHAPHAS KOMaHIa 1o~
Moty 00abHBIM CMA ¢ pa3snmnIHbIMUA (PYHKITMOHAJIBHBIMUA BO3MOKHO-
CTIMU (JIexKauyuX, CUASTUMX, Xoas4uX [1]), pa3HOOOpa3HbI:

o PeaGwmranusa: pacTsoKeHUE, MO3UILMOHMPOBAHUE, MOIAEpPKAHKE
mobwinbHOocTH, JIDK, Maccax, duznorepanusi TPyIHON KIIETKHA
[1, 7].

* OproneauyecKoe COMPOBOKIEHHE: IMPOGMIaKTUKA U JIeUeHUEe, B TOM
YHCIIe XUpypruiyeckoe, aeopMaln Mo3BOHOYHIKA, MOIBLIBUXOB/
BBIBUXOB Ta300¢IPEHHBIX CYCTaBOB, KOHTPAKTYp, OCTEOIIOPO3-acCO-
LIMMPOBAHHBIX MepeIOMOB [1].
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KAK U YEM IMOMOYb? MTPUHLUUITBI BEIEHWS MALLMEHTOB CO CMA

HyrputHBHAs moamep:XkkKa: KOppeKLUsl Beca, NMpoduIakTUKa U Jie-
YyeHWe HapylIeHWI TJI0TaHMsI, acClIUpalliy ebl B JIETKKE, IPOOJIeM
C KeJTyOOYHO-KUIIEYHBIM TPaKTOM (3aIlophbl, TacTpoa3odareayib-
HBII pedroke, racTpocTas, aspodarus), MeTadboJUIYecKUX Hapylle-
HU (CHIKEHNE B KPOBM YPOBHSI INIFOKO3bI, Kalblns, BUTaMuHa D),
YCTaHOBKA Ha30racTpaJibHOIO 30H/a WJIM HAJOXEHHE racTPOCTOMBI
[1,8—12].

PecnmpaTopHoe conmpoBozKIeHHe: PETYIIpPHBI MOHUTOPUHI B KpPO-
BU ypoBH# Kuciopona (O,), yrrekucioro raza (CO,), ciupoMeTpus,
npodmwIakTuKa W JeYeHNe TMIIOBEHTWISILIMKA, paHHee Hadajlo MC-
MOJIb30BaHUS PYYHBIX TEXHUK OTKalLJIMBaHUsI, AMOY-Teparyu 1 ar-
napaTa OTKaIlUIMBATE s (1711 OUUIIEHMS JISTKUX OT CEKpPeTa, a TakKe
npoWIaKTUIECK), HEMHBA3UBHOM HCKYCCTBEHHO! BEHTWISLIUU
nerkux (HWBJI, npu BBEIOOpEe pomuTescii/mauneHTa), MeIuKaMeH-
TO3HBIA KOHTPOJIb TUIMEPCAIMBALINM U CaHAIUSI M30BITOUHOTO KO-
JINYeCTBa CJIIOHBI U3 ITOJIOCTU PTa M BEPXHUX IbIXaTeJbHBIX MyTeH
C TIOMOIIIBIO 3JIEKTPOOTCOCA; MHBA3MBHASI BEHTUJISIIINS JICTKUX Yepes
TPaxeoCTOMY Y HEKOTOPBIX MAIlMEHTOB MPU HEBO3MOXKHOCTH IPOBE-
nenust HUBJI nim ee HeaddekTUBHOCTH (Ha3HAYaeTCsl/He Ha3Hava-
€TCsI C yYeTOM IIPOTHO3a, KJIMHUYECKOIO CTaTyca, IIpeaIioaraeMoro
Ka4yecTBa XKM3HM, MOXEJaHW ceMbU M TalldeHTa), paHHee Hadasio
WCIIOJIb30BaHUS aHTUOAKTEPHUAIBHON Tepalliyl IIPU PECIIUPATOPHBIX
MHGEKIMUSIX, OrpaHUYEHUE B MCIIOJb30BAHUU MYKOJUTUKOB (TOJIHKO
KOPOTKUMHU Kypcamu) [6, 13—19].

Baknunanus: oT rpumia, MTHEBMOKOKKA, IPYryue BaKIIMHBI MHIWBU-
nyaibHO |6, 20].

KpusucHsle cutyanum Ha A0My 4 B cTanuoHape (IIpogrIakThuKa Kpu-
3MCHBIX CUTYall1ii, 000pyAOBaHUE U yKJIaaKa JJIsl OKa3aHUS TIEPBOM
TIOMOIIIY Ha AOMY, O0yYeHMe poAUTesIeii OCHOBaM ITIepBOil JOBpaueo-
HOI MOMOIIM, aJITOpUTM nelicTBuit, akctydaumss Ha HUBJI, anro-
PUTM HCIOJb30BaHMS/HEUCIIONb30BaHUs Kucaopoaa) [6, 21, 22].
CoBMecTHOE KPYIVIOCYTOYHOE NpeObIBAHHE NMAIMEHTA C POIUTEISAMH/
YXa:KMBAIOIUAMM JIMIIAMU B OTI€/IeHUN PeaHMMAIMU M UHTEHCUBHOIA Te-
panum [23,24].

Boinucka aoMoii U3 cTanMoHapa.
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ITABA 2

Opranu3ammsi IOMOIIU Ha AoMy (IIpHOOpEeTEeHUE MEIUIIMHCKOTO 000-
PYIOBaHUS U pacXOIHBIX MATEPHAJIOB K HEMY, ITUTATEJIbHBIX CMECei,
JIEKapCTBEHHBIX IIPEIIapaToB, OpraHM3alMsI IIPOCTPAHCTBA).
OOyueHue pomuTeiell M MANMEHTA HABBIKAM YX0Ja W WCIOJIb30BAHHIO
000pyIOBaHMS.

Cromarojiornyeckasi M Ipyrasi MeAMIUHCKAS MIOMOIIIb.

Br100op myTH u Ipyrue 3THYECKHE BOIPOCHI.

KoMMmyHHKaTHBHBIE HABBIKA M OOy4eHHe (paHHSSI MHTErpalysl B J0-
LIKOJIbHbBIE U IIIKOJIBHBIE YUPEXKICHUSI, IToJlydeHre mpodeCCun 1 pa-
0OTBI, MCIIOIB30BAaHUE CICLMAIBLHOTO 000pYIOBaHUS Y HeBepOalb-
HBIX ITAlIUEHTOB).

TpansuTHoe compoBoxkaeHue (IIpU Iepexome M3 CIyxKO s meTeit
BO B3POCIHBIE CITYKOBI).

Camoo0cykKMBaHHE H CAMOCTOSITEIbHOE NPOKHBAHKE.

IIpenaranbHas TMATHOCTHKA U IUIAHMPOBAHUE CeMbH [25].
IIcuxoconuanbHas, OpUAMYECKasi, HH(OPMALMOHHAS U TYXOBHAS MOA-
JepxKKa.

2.2. MuHMMHI3a1Us 0CJIO0KHEHHU# BCJIeICTBHE HAPYIIEHUiA
JIBUTATEIbHOMH AKTUBHOCTH

ITo mepe mporpeccupoBaHusl 3a0ojieBaHUs HapacTaeT CJIaboCTh

1 aTpodusT MBI KOHEUYHOCTEl, B IEpBYIO Oodepenb HOTr. PebeHOK
HE UMEET C POXKACHMS WU TepsieT IPUOOpEeTeHHbIE HAaBBIKU — IepecTaeT
XOIUTh, CAMOCTOSITEIbHO CUICTh, YMEHbBIIACTCS 00BbEeM aKTUBHBIX JBU-
JKeHUI B pyKax, IOSIBJISIETCSI TYTOIIOABMKHOCTh CYCTaBOB, 3aTeM KOH-
TPAKTYPhl U UCKPUBJIEHNE ITO3BOHOYHMKA.

Yto HY2KHO AeJ1aThb 1)1 COXpaHCHUA JBUTATEIbHOM AKTUBHOCTH, ITPO-

(GMIaKTUKU KOHTPAKTYp U cKojino3a nmpu CMA:
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Hcronp30Bath MpaBUIIBHOE TOJIOXKEHNWE (aHTUTPAaBUTALIMOHHOE T10-
3UIIMOHUPOBAaHNE) B KPOBATH, BO BPEMsI IIPOTYJIKU, HA pyKaxX y POIU-
teneit mpu CMAL.

ExxemHeBHO MPOBOIUTH JIeUeOHYIO (PU3KYIbTYPY, PACTSIKKHI, Maccax,
CYCTaBHYIO TMMHACTUKY, (DU3UYECKYIO Tepanuio rpu Beex Tunax CMA.
Hcmonp30Bath ClieliialbHBIC TOMYIIKI, IIPOTUBOITPOICKHEBBIE Ma-
Tpackl, (GPYHKIIMOHAJIbHBIE KPOBATU U APYTrye MPUCIIOCOOTIEHUS T10-
3ULIMOHUPOBAHUS TTO0 HEOOXOAMMOCTHU Mpu Beex Tunax CMA.



KAK U YEM IMOMOYb? MTPUHLUUIBI BEIEHW S MALLMEHTOB CO CMA

Hcnonp3oBaTh MHAUBUAYAIbHO MTOA00pPaHHbBIC, C YIETOM COCTOSTHUS
pebeHKa, TeXHUYECKHEe CPEACTBAa peadUIUTAllUU: Kpecya-KOIsSICKU,
KOJISICKM aKTMBHOTO TUIA U C 3JICKTPOIIPUBOIOM, BEPTUKAIU3ATOPHI,
(byHKIIMOHAbHBIE Kpecia 1 T. 1.

PanHee mnpoduiakThuyeckoe WCIIOJb30BaHWE KOpCETa, OpPTE30B
MO UHAWBUAYAIbHBIM MEPKaM.

Hcnonp3oBarh ruapokrHesnoTepanuio. Kak mpaBuio, A1eTH ¢ ocia-
OJIeHHOM MYCKYJIaTypO#l UyBCTBYIOT ceOsl B Boje 0oJiee CUJIbHBIMMU,
U MOTYT BBINOJHATh IBUXKEHMSI, HEBO3MOXHbIE B OOBIYHON KU3HU.
IInaBaHue 0JaroTBOPHO BIMSIET HA PaOOTY AbIXaTeJbHOM, MUIlECBA-
PUTEJIILHOM, CEPIEYHO-COCYIMCTOM, HEPBHOM CUCTEM, OMTIOPHO-IBU-
raTejbHOro afnmnaparta. Temrepatypa Boabl J0KHA ObITh 0Ko10 37°C.
ITpoBoaUTL peryasipHblii KIMHWUYECKUN U PEHTTeHOJIOTMYECKUN
KOHTpPOJIb TTO3BOHOYHUKA U Ta300eIpEeHHBIX CYCTABOB JJIS CBOEBpE-
MEHHOTO BBICTABJAEHUS TMOKA3aHUU JIsI XUPYPTAUECKOIO JCYEHUS
CKO0J11M03a, BbIBMXa/TIOJIBBIBUXOB, KOHTPAKTYP.

ITpoBoaUTH peryasipHoe HabIOAecHWE opTolenaa U (pU3n4eckoro Te-
pamneBTa, 3HAKOMBIX C OCOOEHHOCTSIMM 3a00JeBaHUs, JJIsI KOppPeK-
IIMM KOopceTa, OpTe30B, MoAdOpa KOJISICOK, OPTONEANYECKO 00yBU
W 1p.

Yto HY2KHO 3HATbh POAUTEIIAM, POACTBEHHUKaM, MCOAUIIMHCKHUM pa-

OOTHUMKAaM TIpU yxofe 3a naueHTamu co CMA:

OCHOBBI 0€30ITaCHOTO TIO3UIIMOHUPOBAHUS W BEPTUKAIU3ALAU
(B TOM 4HCIIe C MCIIOJb30BaHNEM TEXHUYECKMX CPEICTB peaduaInuTa-
uuu — TCP), ¢pusndeckoit Tepanuu, Maccaxa, CyCTaBHOI T'MMHa-
CTUKH, TUAPOKMHE3UOTEPATIUH.

OcHOBBI MoIAEpKaHUSI BHICOKOI'O YPOBHSI THEBHOI CaMOCTOSITEIIb-
HOI aKTUBHOCTU peOeHKa (B TOM YHCJIE€ C TIOMOIIbIO BCITOMOTATEb-
HBIX METOJIUK).

ITpaBuna ucrnonb3oBaHus opToneandeckux cpeacts u TCP (kopce-
THI, OpTONeANYeCKast 00yBb, TYTOpa Ha CYCTaBbl, OIIOPHI, BEPTUKAIIM -
3aTOPbI, KOJSICKN — aKTUBHBIE, SJIEKTPUIECKUE U IP.).

ITpaBuna yxona, TMrMeHbI pTa U Tejla, MPOTUBOIIPOJIEXKHEBOM MPOdU-
JIAKTUKU 1 00paOOTKU MPOJIEKHEIA.
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ITABA 2

2.3. MuHuMHU3anus OCJI0XKHEHHUI BeaeacTBHE Aucharum
U HAPYIIEHUIA CO CTOPOHBI MUIIEBAPUTENHHON CUCTEMBI

Teuenune CMA 4acTo OCJIOXKHSIETCS TpoOIeMaMU, CBI3aHHBIMU C Ha-
pyILIeHWEeM IIUTaHUS U TJIOTaHUSI.

OcnabneHune OyabOapHOU MYCKyJaTypbl MPUBOIUT K 3aTPYAHEHUIO
JKeBaHUs U IJI0TaHMs. B pe3ynbTaTe muima MoxXeT IonaaaTh B IbIXaTelIb-
Hble MyTH (acrupaiuusi) ¢ pa3BUTHEM acIIUPallMOHHON MTHEBMOHUM WJIU
00CTpYKUMH (3aKyITOPKM) AbIXaTeJbHBIX MyTeil. OCOOEHHO OBICTPO MPO-
061eMbI ¢ rmotaHueM pa3BuBatorcs ipu CMA 1-ro Tuna. YmmHeHue Bpe-
MEHM IIpreMa IHIIN, TTOCTOSTHHBIN 0TKa3 peOeHKa OT elbl, BhITEKaHUE
€IbI 30 pTa, MCIIaprHa BO BpeMsI KOPMJICHUSI, IIOTIEPXUBAHUSI IIPU KOPM-
JICHHM, OCTAaHOBKA B HA0Ope Beca — KaXKIblii U3 3TUX CUMIITOMOB MOXET
CBUIETEIHLCTBOBATh O HAPYIICHUSIX IJIOTaHUSI, TPEOYIOIINX KOPPEKIINH.

Hapy1iieHrss MOTOpUKY XKeTyI0YHO-KUIIIEUHOTO TPpaKTa IMPOSIBISIOT-
cs B BUJIE 3aMlOPOB, OCJIa0JIeHUS MEPUCTATIBTUKU, 3aePXKKHU dBaAKyalluu
COIEPKMMOT0 M3 XKeJIyaKa, racTpod3odaraibHbIM pedaiokcoM (I'DP).

ITpoGaeMbl ¢ HYTPUTHUBHBIM CTaTycOM pedeHKa (HeAOCTaTOYHBINA U1
M30BITOYHBIN BeC) CBS3aHBI C BRIHYXKICHHON «IMETOM» peOeHKa BCIIeI -
CTBUE (PU3NUECKMX CI0XKHOCTEN MPU MpUeMe IMUIIKU (OrpaHUYEHHOE OT-
KPBITHE PTa, CIA0OCTh KycaHUs, 3aTpYJAHEHHOE XeBaHUE, CJa0blil KOH-
TPOJIb TOJIOBBI, OyJIBOApHBIC HAPYIIEHUS U TIP. ).

Yo HyKHO AeNaTh JIJis JICUCHUS STUX MPo0IeM U TPOPUIAKTUKU UX
OCJIOXKHEHUM:

* CnenuTh 3a TIpaBWILHBIM TIOJIOKEHHEM pebeHKa (0COOEHHO CO
CMAU1) Bo BpeM$l KOPMJICHMUSI.

* CBOEBpeMEHHO YCTAaHOBUTbH HA30TaCTpaJIbHbIN 30HI WIM TacTPOCTOMY,
YTO 00ECTIeUT MOTyYeHEe OPTAaHM3MOM HEOOXOIMMOTO CYTOUHOTO 00be-
Ma IHIIN, XKUIKOCTH Y ITATATENIBHBIX BEIIECTB, CHU3UT PYCK aCTIMPALIHM.

* M3MeHUTbh KOHCUCTEHIIMIO €Abl U MUThsI, TIPU HEOOXOAUMOCTU HO-
0aBJIATh 3aTYCTUTEIIb XUIKOCTH.

* KopMuTth 1pobHO cbajaHCMPOBAHHBIM MUTAaHUEM Kaxnble 3—4 Jaca,
MpU HEOOXOAMMOCTU MCIONIb30BaTh CHeLMATN3MPOBAHHbIE JieueO-
HBIE CMECH.

» IIpoBoauTh NMPOPUIAKTUKY U CBOEBPEMEHHYIO KOPPEKIIMIO CUMITO-
MoB ['OP, 94T00BI CHU3UTH PUCK acCTUPAIIAH.
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HenaTb KOppeKIIMIo racTpocTasa, CHIDKeHHO! MMepUCTaTbTUKY KUIIIey -
HUKa U 3aIT0pOB (MMO3ULMOHNPOBaHNE, MacCaX, MEAUKAMEHTO3HO).

Yro HY2KHO 3HATb POAUTCIAM, POACTBEHHHMKAM, MCAUIIMHCKHUM CEC-

CcTpaMm Ipu yxoae 3a naumeHtamu co CMA:

[TonGop nueTs U KaTOpUAHOCTU MTUTAHMSI.

Kinuanyeckue mposiBiIeHNsI U JiedeHUe Tucdaru, HyTpUTUBHOM He-
MOCTaTOYHOCTH, HApPYLICHUS MOTOPMKM KUIIIEYHHMKA, 3all0pOB, Ka-
JIOBBIX KaMHelt, ractpocTasa, 'OP, aspodaruu.

Metonbl MpodMIAKTUKI acCIIUpPaliy MUIIA (B TOM YHCIIe C TIOMO-
IO TO3ULIMOHUPOBAHUS).

[TocTaHOBKa M yXO/ 32 Ha30TaCTPaJIbHBIM 30HAOM, KOPMJIEHHE Yepe3
HAa30racTpaJbHbIA 30H/I.

Yxoa 1 KopmiIeHHE Yepe3 racTpOCTOMY.

2.4. MuHUMU3AIMS OCJI0KHEHUI BCJIEICTBIE HAPYIIEHUIA IbIXaHUS

N OTX02KJCHUA MOKPOTbI

OnHoIt 13 caMBIX cepbe3HBIX TTpobiieM pu CMA aBisieTcs c1a00CTh

IbIXaTeJabHONM MycKyaaTtypbl. IIpobiaeMbl ¢ MBILILAMU, OTBEYAIOIIUMU
3a pabOTy IBIXaTeJIbHOI CUCTeMbI, HapacTalollle peCIMpaTOpHbIe HApy-
IIEHUS] — 3TO OJIHA U3 [NIaBHBIX IIPUYMH TMOEJIN AeTei B paHHEM BO3pac-
te npu CMA 1 u B 6osee B3pociaoM npu CMA2 u CMA3.

KitoueBbIMU JIeTOYHBIMU TIpobsieMaMu y neteit co CMA gaBasitoTcs

CJacayroumue:

Hapyiienue kanuieBoit GyHKUMM U yAaJdeHUsT MOKPOTBI M3 JIbIXa-
TEJbHBIX IIYTEM.

I'mmoBeHTUIISILIMST (HEOOCTATOUYHBIN O0BEM BO3IyXa, MOCTYITAIOLINI
B JIeTKKe), HapyllIeHWe BBIBEIEHUS YIJIEKUCIIOTO ra3a u3 JerKuX.
Hedopmanus rpyaHOR KJIETKU U JIETKUX.

PeunnuBupyloiine pecrimpatopHble MHGEKUUNU (OPOHXUTHI, MMHEB-
MOHMWM) BCJIEACTBYE BBIIICIIEPEYNCICHHOTO M HAPYIIEHUS TJIOTaHMSI.

Y10 HY:KHO IeJaTh IS peIIeHUsT TPOOJIEM C OTXOXIEHUEM MOKPOTHI

1 AbIXaTCJIIbHBIMUM HAPYIICHUSAMU:

JpIXaTeIbHYI0 TUMHACTUKY C MEIITKOM AMOY.
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IMTammentam co CMA 1106010 THIIA PEKOMEHIYETCS eXKeITHEBHO ITPO-
BOJIUTH YIIPaXKHEHUS ¢ MelIKoM AMOY. Menmok AMOy — 00s13aTeTbHbIN
BJIEMEHT B «CYMKE» KaXIIO¥ ceMbU, BOCTIMTHIBalomiei pedberHka co CMA.
I'mmHacTrka ¢ MemkoM AMOY Tojie3Ha IS TPOMPUIaKTUKKU IbIXaTellb-
HBIX HapylleHui, nedopMalliy I'pyTHON KJICTKM M MHMEKUMWA IbIXa-
TeNbHBIX TTyTel. ExxenHeBHo nemaetcs no 200 LMKI0B B TeueHUe THS (Ha-
YUHasl ¢ HeCKOJIBKMX LIMKIIOB, HarpuMmep 5—10, ¥ ITOCTEeeHHO TOBOIS
1o 200 B meHn). B pesynbrare paboTel MeIIKoM AMOY OOJTbIIIe BO3yXa IT0-
CTYIAaeT B JIETKHE, JIETKME PacIIpaBIISIIOTCS, TPYIHAsl KJIETKa «pacIInpsi-
€TCsI U PacTeT», YIIyUIlIaeTcs Ta3000MeH (KUCIIOPOI ITOCTYIAeT B KPOBb,
HaKOTUJICHHBIN OMAaCHBIM IS OpraHU3Ma YIJEKUCIBIA ra3 BHIBOTUTCS).
ViydiiaeTcs caMo4yBCTBUE, COH M paOOTOCITOCOOHOCTD MallUEHTA.

Kpowme Toro, memok AMOy MMOMOKeT oKa3aThb MEPBYIO0 JOBPAYEOHYIO
TMOMOIIb B CJIydae BO3HMKHOBEHHUSI 3KCTPEHHOI cuUTyalMy (OCTaHOBKA
JbIXaHUSI, 3aKyTIOpKa IbIXaTeJIbHBIX MyTet MOKPOTOM, CJIIOHOM WU e101).

» TloMoraTh ¢ OTXOXAEHUEM MOKPOTHI.

IIpu cmaboM Kallule WIM IIPU €r0 OTCYTCTBUM €CTh BO3MOXKHOCTH
YIYYIIUTh 3BaKyallulo MOKPOTHI U3 JIETKUX C IOMOIIBIO PYYHBIX TEXHUK
OTKAIIUIMBAaHMSI B COYETAHUM C MCIIOJIb30BaHMEM MelllKa AMOYy, Mexa-
HUYECKOI0 OTKAIIUIMBATE/IS 1 SJIEKTPUUECKOTO acIupaTopa (BaKyyMHO-
ro ayiekpootcoca). ZKenaTeJabHO, YTOObI B KaXIOW CEMbe ObUIM MEIIOK
AMOy, 2JIEKTpMYECKUI acIIUpaTop M MEXaHWYECKMIT OTKAIlIMBaTellb,
a yXaxXMBaloIIWi B1anesl HaBbIKaMU JIbIXaTeJIbHOI TMMHACTUKU, PYYHBIX
TEeXHUK OTKAIJIMBaHUs, YMeJl 00paliaThCs ¢ aCIIUPaTOPOM U MeXaHWJe-
CKMM OTKAIIIMBaTEJIEM.

* TIpoBoauTh peryJsipHyIO IMarHOCTUKY COCTOSTHUSI AbIXaTEIbHOM CUCTE-

MBI (KaITHOMETpHST/KarrHOTpadust, ITyIbCOKCUMETPHUSI, CIIUPOMETPHSI).

» OOecneyuThb ObIXaTeIbHYIO MOAIEPKKY: HEMHBa3UBHAsI BEHTUJISLIMS
nerkux (HUBJI), unBasuBHas BeHTwisiuus Jerkux (MBJI), peanu-

MAallMOHHBIE MEPOTIPUSITHSI.

ITepexon Ha HUBJI nomkeH OBITh MJIAHOBBIM M CBOEBPEMEHHBIM
MpY TEPBBIX CUMIITOMAX AbIXaTeIbHBIX HapylieHuii. Kak mpasumo, mjs
HWBIJI He HyXHa rocnuTtaiu3alus, oHa HauYMHAETCS Ha AOMY C TpU-
BBIKAHMSI TTallMeHTa K MacKe C ITOCTeIICHHBIM HapallliBaHUEM BpEeMEHU
npeObIBaHUS Ha aIlapare 10 HeoO0XoauMoro. JIuTe1bHOe BpeMs Haliu-
eHtam co CMA HUBJI Hy:kHa yalle BCEro TOJbKO HOUbIO.
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TakxKe IJIAHOBO U 3apaHee JOJDKEH pelaThCsl BOIIPOC 00 YCTaHOBKE

TpaxeocToMbl U Tiepexoae Ha MIBJI B ciyyae HapacTaHUS ObIXaTeJbHbBIX
HapylIeHU U HEBO3MOXHOCTU UX KOPPEKILIMU C MTOMOILBIO HEMHBA3UB-
HOM BEHTWJISILIUU.

HpOBCI[eHI/Ie pPC€aHMMAaIllMOHHBIX MCpOHpI/IHTI/Iﬁ N HNCKYCCTBCHHAasA

BEHTWJISILIMS JIETKUX (MacoyHas, 4yepe3 MHTYOAllMOHHYIO TPYOKY MJIn 4e-
pe3 TpaxeocToMy) JOKHBI Ha3HAYaThCsl TOJIBKO C COTIacusl MaluueHTa
WJIM €T0 3aKOHHBIX IIPeICTaBUTEICH.

Yto HY2KHO 3HATbhb POOMTEIAM, POACTBEHHUKAM, MECANIIMHCKUM CE-

cTpaMm Tipu yxoze 3a nauueHtamu co CMA:

IBIXaTeJIbHYIO0 TMMHACTUKY C MEITKOM AMOY;

HCIIOJIb30BaHME MelllKa AMOY B 9KCTPEHHOM CUTYAIIMM ISl OKa3aHUs
MEpPBO TTOMOIIIY;

CaHALIMIO BEPXHUX IBIXaTeJIbHBIX ITyTei 1 TpaxeoOpOHXNABHOTO JIe-
peBa mpu IMOMOIIM 3JEKTPUUYECKOI0 aclupaTopa;

pY4YHBIE TEXHUKW OTKAIITMBAHUS;

pPYUYHBIE TEXHUKN OTKAIIIMBAHUS B KOMOMHAILIMU C MEITIKOM AMOY;
HCIOJIb30BaHUE MEXaHWYECKOTO OTKAIILIMBATENs;

MOHUTOPHMHT OCHOBHBIX XXM3HEHHBIX ITOKa3aTeledl IIpU ITOMOIIN
MyJIbCOKCUMETPA;

CHUMIITOMBI AbIXaTeIbHOM HEIOCTATOUHOCTH;

npoBeneHre HUBJI (HemHBa3mBHasT MCKYCCTBEHHAas BEHTUJISILIUS
JIETKUX) B IOMAITHUX YCIIOBUSX, IIPUHIIAIIEI pa0OTEI 000pYIOBaHMS,
«TpeBOrW» 00OPYIOBaHMsI, 3aMeHa PaCXOIHbIX MaTEPHaIOB, TOMOIIb
MaLUEeHTY TIPU SKCTPEHHOI MOJIOMKEe 000pYyA0BaHUSI UJIU OTKIIIOYE-
HUM 3JIEKTPOSIHEPINH;

npoBeneHue uHBasuBHOUW WMBJI Ha momy, yxom 3a TpaxeoCTOMOIWA,
MPUHIIVTIEI pabOTHEI 000PYIOBAHUS, «TPEBOT» 00OPYIOBAHUS, 3aMe-
Ha pacXOJHBIX MaTepHUAaIOB, ITIOMOIIb MAIIUEHTY IPU SKCTPEHHOI 10~
JIOMKe 000pYA0BaHUSI WU OTKIIOUEHUH DJIEKTPOIHEPIUH;
aJITOPUTMBI HEOTJIOXHOUM M SKCTPEHHON IMOMOIIY (IIpU AEKAHIOJS-
LMY, aCTIUPALAU U 1Ip.).

st kaxxpoit cembu co CMA BaxXHO BCeraa M Be3ie UMETh MUHUMAJIb-

HbIi1 «HA00P 0€30MACHOCTH»: MELIOK AMOY, ITyJIbCOKCUMETP, SJIEKTPpUYE-
CKMI acruparop.
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IJIABA 3. HOBOE BJIEYEHNU CMA

Camoe 3aBeTHOE KelaHWe KaXKI0ro POAUTENsI — TOJHOCThIO U3Jie-
yuTh cBoero pedbenka or CMA. B 2016 rony B CIIIA 6bL1 3aperucTpu-
poBaH TiepBblii B Mupe mnpernapaT misg JedeHuss CMA (HycunepceH
(Crimapasa), B 2017 oH OBIT 0400pEH K UCITOJIL30BaHUIO B EBpocoro3e).
PaspabatsiBatoTcst apyrue mpemnapatbl. B Poccuu B Hacrosiee BpeMst
nekapctBa oT CMA moka He 3apeTUCTPUPOBAHBI, TIPOBOISTCS KJIMHIYE-
CKM€ UCTIbITaHUS IBYX IIPErapaToB s orpeaeaeHHbIX TunoB CMA. Ak-
TyaJIbHYI0 MH(MOPMALINIO O KIMHUYECKUX MCITBITAHUSIX W TIEPCIIEKTUBAX
perucrtpanuu rnpenapaTtoB mist tedeHuss CMA B Poccun — crpaimBaiite
B biarorBoputenbHoM ¢doHne «CeMbu CMA».

HayuHnble pa3paboTKu 1 KJIIMHUYECKUE UCCIIEIOBAaHMSI B 00JIACTH JIe-
yenust CMA Benytcs B pa3Hbix HanpasieHusx* (CureSMA [26]):

* 3amelleHue uiu Koppekuus aedektHoro reHa SMN .

* Mopynauus (ycuneHue) ¢GyHKIIMM HOpMaJibHOTO TeHa SMN2.

* Heiipornporekiiiss MOTOHEHPOHOB, TTOBPEXIACHHBIX B Pe3ysbTaTe

HU3KOTO copepxkanust SMN-0enka.
e 3ammTa MBI OT aTpoun, YTOOBI MPEAOTBPATUTh WM BOCCTA-
HOBUTb yTepsIHHYIO (hyHKUMIO Tpu CMA.

I'ennas Tepanmms 1151 3aMelieHUs WM Koppekuuu reHa SMNI1 — 3to
JIeYeHUE MMOBPEXKISHHOTO T'eHa ¢ IIOMOIIBI0 BUPYCHBIX BeKTOpOB. Crienu-
aJIbHO CO3JaHHBIN B JTA0OpaTOPUU BUPYCHBIM BEKTOP IIPOXOIUT Yepe3 Ie-
MaTo3HIledannyeckuil 6apbep 1 10CTUraeT MUILIEHU, KOTOpasi HAXOIUT-
cs1 B crmuHHOM Mmoa3re. [Tociie aToro Bupyc «uHuuupyet» 6ojabHyto CMA
KJIeTKY 310poBbIM yyacTkoM JJHK, «1aTtast» reHeTnueckuii nedekr. [1po-
HMCXOIUT KOPPEKIINUS MOTOHEMPOHOB — KJIETOK, ITOBPEXKICHNE KOTOPBIX
npuBoauT K paszputuio CMA. KiimHnyeckre MCbITaHUS TTIOKA3aIl BbI-
COKY10 3 (PEKTUBHOCTh M XOPOIIYIO IEPEHOCUMOCTD TaHHOTO Tpernapa-
Ta, OTKPHITBIMU OCTAIOTCSI BOIIPOCHI OTIAJICHHBIX II000YHBIX 3 (HEKTOB.

" Mudopmarmsi, mpuBeaeHHast B I1aBe 3, B3sATa ¢ caiita http://www.curesma.org TaM ke HAXOIUTCS
noapo6Has uHdopMmauus o Bcex ucciaenoBaHusx B oosactu CMA. Ha pycckoMm si3bike MH(popMma-
LIMIO O TEKYIIMX KIMHUYECKUX UCTTBITAHUSIX M HAyYHBIX MCCIICIOBAHMSIX CMOTPUTE Ha caiite f-sma.ru
B pasnene «MccrenoBaHusi».
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HOBOE BJIEHEHWUU CMA

Tepanusa manbiMu MoJekyaamu (small molecules therapy)

OnHo 13 HarpaBJIeHUI JaHHOM Tepanuu — ycuieHue (yHKIIMY reHa
SMN2. Bce netu co CMA nMeroT Kak MUHUMYM OAHY KOITMIO MapTHep-
CKOro reHa — reHa SMN2, MHorue MMeT HECKOJIbKO WIM MHOTO KO-
nuii (mmoaToMy pa3BuBaroT MeHee Tsoxenbie hopMbl CMA). C 2003 roma
B CIIIA HayaThl pa3pabOTKU JICUCHMST B 3TOM HaIpaBJICHWM, U Ha dTa-
e KIMHUYECKUX UCCIeTOBAaHUI HAXOMTCS Cpa3y HECKOJIBKO Mperapa-
TOB, HAIIPaBJICHHBIX HA YBEJIMYCHME BEIPAOOTKM MOJTHOPAa3MEPHOTO OeJI-
Ka c reHa SMN2. B xonuie 2016 romy onvH M3 TaKKX MPenapaToB MOKa3al
3(HEKTUBHOCTh B paMKaxX KJIMHUYECKMX MCIBITAHUI M ObLT 0100peH
s ipuMeHeHns o gedenuss CMA — npemapat Nusinersen (miepBas
B mupe Tepanuss CMA, ogoOpeHHast ISl UCITOJIb30BaHUs Ha MPaKTUKE).
Mmnorue 1abopatopui B MUpPe pa3pabaThIBalOT IIpernapaThl B 3TOM Ha-
npaBineHuu, HarpuMep Roche, Novartis u p.

Hpyroe HampaBiieHHe pa3pabOTOK B TEpaluu «MajbIMU MOJIEKYJIa-
MU» — HeliporpoTekuus. JaHHbIi BUI JIeYeHUs He HallpaBJIeH Ha KOp-
pekiuto reHoB SMNI win SMN2. Ero 1ielb — CHU3UTh CMEPTb MOTO-
HEHPOHOB, MOBBICUTh MX BBDKMBAEMOCTb U YIYUIIUTH (PYHKIIMIO, TaK
Kak IMOBpPeXIeHNe MOTOHEMPOHOB IMPUBOAUT K HAPYIIIEHUIO MbIIIIEUHOM
IBUTATEeIbHOM (PYHKIMU 13-3a IIOCTEIIEHHOTO OTMUpPAaHUs MOTOHEUMPO-
HOB BILIOTbH JI0 TIOJIHOM MBIIIIEYHOM ¢c/1labocTu/aTpoduu.

3almTa MBI OT aTPoGUX — 3TO ellle OAHO HallpaBJIeHe HayYHbBIX
pa3paboTtok. Tak Kak HU3KUI ypoBeHb O0eika SMN HeraTUBHO BIUSIET
Ha (PYHKIIMIO MOTOHEMPOHOB 1 Ha pabOTy MBI, LIeJb Tepanuu — 3a-
IIUTUTH MBIIIBL OT aTpOUU, YBEINYUTh MBIIICUHYIO MacCy, BOCCTa-
HOBUTH MBIIIEUHYIO0 DyHKIMIO. Kak 1 HelponmpoTeKusi — He BIUSIET
Ha TeHeTWYECKMEe MEXaHU3MBI, HO MOXET 3aMeJINTh WU OCTAHOBUTh
nporpeccuro CMA, 00Jibllie MOAXOAUT IJIs «CYIbHBIX» TUTIOB CMA.
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SAKJTIOYEHNE

Huarno3 CMA — Tskenblii yaap ajis nanueHTa u ero oauskux. IMo-
3TOMY BCSI CEMbSI HYXKIaeTcsd B MH(POPMALIMOHHOM, TCUXOJOTNYECKOM
U couyanbHoi momouiu. st 6oapbHoro CMA oueHb BaxkHa elle Obl-
CTpast IMarHOCTHKA 3a00JIEBaHMS M CBOEBPEMEHHOE M Ka4eCTBEHHOE Me-
JULIMHCKOE COMPOBOXICHUE CO CTOPOHBI MYJIbTUIPO(PECCHOHATbHOMI
KOMaHIBl crienmanncToB. ClemoBaHNe MEXIYHAPOIHBIM ITPUHIIMIIAM
¥ TIpaBUIaM BegaeHus namueHTa co CMA rmomMozkeT 3HaUYUTeIbHO TTOBBI-
CUTh KQUeCTBO U MPOJOJIKHUTETBHOCTD €ro XKMU3HU.
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ITPUJIOXKEHUE

Ciayk0b1, OKa3biBalomye nomomp nanuenram co CMA B Poccun

I'ne mozkHO caaTh reHeTnyeckuii anaamns Ha CMA?

*  Menuko-reHeTHIeCKHii HAYYHBII HEHTP

Caiit: http://www.med-gen.ru/ Temedon: +7 (495) 111-03-03
*  Meauko-reHeTnueckas jadoparopus «[eHeTHKO»

Caiit: https://genetico.ru/  Tenedon: +7 (800) 222-83-70

Taxske MOXXHO 00paTUTKLCS B TeHETUYECKHUE JIA0OpaTOPUH BaIlIero perMoHa.

Kyzna M0oXKHO 00paTHTBCS 32 MOIIEPKKON?

* «Cembu CMA» (brarorBopuTtenbHbIN (DOHI IIOMOIIY OOJIBHBIM CITH-
HaJIbHOW MBIILIEYHOW aTpoduell U APYrMMU HEPBHO-MBILLIEYHBIMU
3a00JIeBaHUSIMU ).

Donp saBnsgeTcs MalMeHTCKUM coodiecTBoM. Pabora poHna nMmeer
JBa HampapjeHus: 1) okazaHue noMolir 60JbHBIM CMA 1 X 0J1U3KUM
(6narorBopuUTeNbHAs U WH(MOPMAIIMOHHO-METOANYECKas ); 2) CUCTEeM-
HbIe U3BMEHEHUS B CTpaHe ¢ oKazaHueM oMol mpu CMA, B TOM YKcIie
nyTeM MH(GOPMAIIMOHHBIX Y TPOCBETUTEIHCKIX IIPOTPAMM ITOBBIIICHUS
KBanu(UKaIUKM CIIeIUaaInucToB, padoTatommx co CMA.

®onp padotaet 1o Beeit Tepputopun Poccun. B pona moxHo odpa-
TUTHCS TaKKe 32 METOIMYECKON MOAIEPKKOM U ¢ BOIIPOCAMM, KaK MOXK-
HO OpraHM30BaTh MOMOIIB JTIoAsIM co CMA B BallieM yUpeXXIeHUHN.

Ha caiite ¢donma pasmMemieHbl WHOOPMALIMOHHBIE MaTepUaIbl
no CMA 17 poauTeneii, maleHToOB U crieunaancToB. Haunbonee Boc-
TpeOOBaHHBIE MaTepHalbl BBl Haiimere B pasmenax «McciaemoBaHus»
n «bubnnoreka».

KonrakTsi:

Caiit: www.f-sma.ru  e-mail: info@f-sma.ru

Tenedon: +7 (495) 544-49-89

» Jerckuii xocmuc «Jlom ¢ masgkom» (biarorBoputenbHOe MEIULIMHCKOE
YacTHOE yupexkIeHHe, OKa3biBalolllee OeCrIaTHO MAJTMaTUBHYIO T10-
MOIIb OOJIBHBIM C TSDKEJIBIMU HEU3JICYMMBIMU 3a00JIeBaHUSIMU).
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MPUJTOXEHUE

B merckoMm xocnuce «/lom ¢ Masikom» paboTaeT KOMaHIa MEIUIINH-
CKMX U HEeMEAUUMHCKUX CMelUaInCTOB, OKa3bIBAeTCsl MEIULIMHCKAs,
NCUXOCOLIMAIbHAsI, TyXOBHAsI M 0JaroTBOPUTEIbHAS IIOMOIIb, 00yde-
HUE pOAUTEJIeH, TIOMOIIb B KOHIIE XU3HU. «/IoM ¢ MasikoM» OepeT mon
CBOIO OIeKy nauueHToB u3 MockBbl U MocKoBcKol obiacTu. st B3si-
TUS MO OIEKY HYXKHO 3aIlOJJHUTh aHKEeTy Ha caiiTe IeTCKOro XOcCIuca
«/IoM ¢ Masskom».

KonrakTsi:

Caiir: https://www.childrenshospice.ru/

Tenedon: +7 (495) 649-39-49 (XpyriocyTo4HO)

+  Dona nomMomu xocmucam «Bepa»
Peruon: Poccusi, kpome MockBbl 1 MOCKOBCKOM 0b1acTu
Buapl momMomu: 0J1aroTBOPUTEIbHAS M KOHCY/IbTaTUBHAS: MHGOpMa-
LIMOHHAs, TICUXOJIOTIecKasi, COIlaIbHasl, MEIUITMHCKAS
Komy nmomoraet: ceMbsiM ¢ HeM3JIeUMO OOJIbHBIMU AEThbMU
KonTakTsr:
Caiit: http://www.hospicefund.ru/fund/program/children/
E-mail: deti@hospicefund.ru
Tenedon: +7 (903) 161-88-80

* Mapdo-MapuuHckuii MeAMIUHCKUN neHTp « Munocepaue»

Peruon: Mocksa
Buapl noMomm: MeIWIIMHCKAsI, TTOMOIIb, ITpaBOBasi U OpUANIecKast,

OylaroTBOpUTEIbHAS, TIOMOIIb HSIHU, MEPOIIPUSITHS,, IyXOBHAsI ITOAASPXKKA
KoMy nmomoraer: ceMbsIM ¢ HEM3JIEYUMO OOJIbHBIMU IEThMU
KonrakTsi:
Caiirt: http://dvps.info/ e-mail: mail@dvps.info
Tenedon: +7 (901) 184-22-68

* OIKB Nel. Otaenenne najimaTuBHoi nomomu, EkaTrepunoypr
Pernon: CepaioBckasi 00J1acTh
Buapl nmomomm: MenuiMHCKas, WHOOpPMAIIMOHHAsI, COLMATbHAas,
TCUXoJornyecKast
Komy nomoraet: cembsiM, BOCIUThIBAIOIIMM pebeHKa-UHBAIU/IA C TaJI-
JIMaTUBHBIM COCTOSTHUEM
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CJIYXBbI, OKA3BbIBAIOLIME MMOMOLILb MALHMEHTAM CO CMA B POCCHUU

KonrakTsi:

Caiirt: http://www.odkb.ru/_ob-uchrezhdenii/_strukturnye-
podrazdeleniya/otdelenie-palliativnoj-pomoshhi

E-mail: palliativekb@mail.ru

Tenedon: +7 (343) 297-90-14

+ Cuyx0a «fcHoe yTpo»

Peruon: Poccus

Buapl noMomm: ropsiyasi KpyriocyTouHasi OecruiatHast TejaedoHHast
MCUX0JIOTMYecKasi MOMOIb, KOHCYJIbTALIMU 110 IOPUANYECKUM BOMPO-
caM, IyXOBHas MOIAepKKa

Komy nmomoraer: netsiM 1 B3pOCIbIM C HEM3JIEUMMbIM 3a00eBaHUEM
1 UX OJIM3KUM

KonTakThbi:

Caiit: https://co-operate.ru/ e-mail: info@co-operate.ru

Tenedon: +7 (800) 100-01-91

* «Hay4yHo-uccienoBaTelbCKUii  KIMHAYECKWIA  MHCTUTYT  MeAua-
Tpun umenn akanemuka [O.E. Beaptumesa» ®T'BOY BO PHUMY
um. H.W. IInporosa
Pernon: Poccus (nHcTUTYT HaxoauTcsl B MockBe. OOpaiiathbces 3a 1mo-
MOIIIbIO MOTYT XUTenu Bceir Poccun)

Buap! nomomm: MeauMHCKAs

Komy nomoraet: netssm co CMA 1 ipyruMu HEpBHO-MBIIIIEYHBIMHU 3a-
0osIeBaHUSIMU

KonTtakTs:

Caiit: pedklin.ru  e-mail: niki@pedklin.ru

Anpec: 125412, r. Mocksa, yn. Tanmomckas, 1. 2

* Kmunnka «Yaiika»
Peruon: Mocksa
Buapl momMomu: KoOHCYIbTallMKM Bpada-IyjibMoHojora [1ITabHukoro
Bacunusi AngpeeBuya
Komy nmomoraer: netsim u B3pociibiM co CMA
KonrakTsi:
Caiir: https://chaika.com/appointment
Tenedon: +7 (495) 668-12-12
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