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OCHOBHBIE ACHEKTHI IATOTEHETUYECKOM TEPAIINU YV JETEN
CO CIIMHAJIBHON MBIIIIEYHOM ATPODPUEN

AHHOmMaAuuUA: HeCMOMpsL HA 8Ce OOCMUNICEHUS COBPEMEHHOU HAYKU, U 8 YACMHO-
CMu MeOUYUHDBL, euje 0OCMaemcs psio maxjceavlx bonesmetl, ObIouUX no camou ciabou u
He3auueHHolU Kame2opuu HaceleHus nianemsl — oemsam. OOHUM u3 maxkux 3a0oje-

BaHULL A6TIeMCsl CNUHAIbHASL Mblueunas ampogus (CMA).

Knroueswie cnosa: cnunanvras mviueunas ampogus, ampous mviuiy, OeHepea-

YuA, OMCZZHOS, Jeqyerue.

CrunansHas meimeyHas atpodus (CMA) npencrasiser co00il Mporpeccupyro-
iee HacJeJICTBEHHOE 3a00JIeBaHUE MOTOHEHPOHOB, XapaKTEpPHU3YIOIIEecs JIereHepa-
LA€W JBUTATENBHBIX HEUPOHOB CIIMHHOI'O MO3Ta. DTOT NPOLIECC MPUBOIUT K CHMMET-
PUYHOMN cTadOCTH U MOCTEAYIONIeH aTpoduu CKeJIeTHON MycKynatypsl. HecmoTps Ha
cratyc opdanHoit maroiorun, CMA 3aHUMaeT BTOpOE MECTO MO YacCTOTE CPEAU AyTO-
COMHO-PELIECCUBHBIX 3a00JIEBaHUI Yy HACEJIEHUS EBPONEHCKOro MPOUCXOKACHMUS,
yCTyIIast JIMIIb MyYKOBUCITUAO3Y.

Knunnuaeckas knaccudukanuss CMA ocHOBaHa Ha Bo3pacTe Je0r0Ta U CTEICHH
JBUTATEIbHBIX HAPYLICHUM:

— CMA I Ttuna (6one3ns Bepnuura-I'opdmana) — nanbomnee Tsoxenas nHdpaH-
TUIbHAs popma ¢ MaHudecTalueil B nepebie 6 MecaleB ku3HU. [Iporuo3 kpaitHe He-
OJIaronpuATHBIN; OOJIBIIMHCTBO MAIIMEHTOB HE TI0KUBAET JI0 ABYX JIET N3-3a JbIXaTENb-

HOU HCOOCTAaTOYHOCTH,
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— CMA 11 tuna (6one3ns [JyboBuiia) — mpomeskytounas ¢hopma, IpOsBISIONIASICS
B Bo3pacte 6—18 mecsues. Jletn npruoOpeTaroT cnocoOHOCTh CUAETh 0€3 OMOpbl, HO
caMOCTOATENbHAsA X0p0a OCTaeTcsi HeIOCTYNHOMU. [Iporuo3 BapeupyeTcs B 3aBUCUMO-
CTH OT CKOPOCTH BOBJICUEHUS JIBIXaTEIbHON MYCKYJIaTypBhl;

— CMA III Tuna (6one3np KyrenbOepra-Benannep) — oBeHubHas Gpopma c Jie-
6rotom mocye 18 mecsres. [1anueHThl COXPaHSIOT CIOCOOHOCTh K CAMOCTOSATEILHOMY
NEepPEABUKEHHIO, OJJHAKO C TEUEHHEM BPEMEHU Pa3BUBAETCS MEJIEHHO MTPOTPECCUpPY-
FOIIIast MBIIIIEYHAs CIa00CTh;

— CMA 1V tumna — B3pocnas ¢opma ¢ Ha4aJioM BO BTOPOM—TPETHEM JIECATUIICTUU
*u3HU. CUMIITOMATHKA CXOJIHA C FOBEHWIHHBIM TUIIOM, HO ITPOTPECCUPOBAHUE MUHU-
MajbHO, U 3a00JIeBaHME, KAK MPABWIO, HE BIHUAET HA OKUIAEMYIO HPOJOJIKUTENb-
HOCTb KU3HH.

Xota CMA npeuMyiecTBEeHHO MaHU(PECTUPYET B paHHEM JETCTBE, BO3MOKHBI
no3aHue (POpMBI C HAYAIOM Y TIOJIPOCTKOB U B3pOCIbIX. HeKoTOphIi cuMmtomaTuye-
CKUI TOIMMOP(U3M U CXOJICTBO C JIPYTUMU HEPBHO-MBIIICYHBIMUA MATOJIOTHSIMU HE-
PEAKO OCIOXHSAIOT JUArHOCTUKY, MPUBOJS K €€ 3HAUUTEIbHOU 3anepxke. KitoueBoe
IMPOTHOCTUYECKOE 3HAYEHUE UMEET CKOPOCTh MOTEPH JIBUTATENIbHBIX HEUPOHOB. Tak,
npu CMA I tuna k 6 MecsiiaM XKU3HU MOXKET yTpauuBaThCs A0 95% IBUraTenbHBIX
€UHUII, 4TO 00yClaBIUBaeT HeoOpaTUMBbI xapakTep nopaxkenus. CiaeqoBaTeIbHO,
paHHsia BepuUKAIK TUArHO3a SBISAETCS KPUTUUECKU BAXKHOU JJII CBOEBPEMEHHOTO
HayaJla Tepanuu 10 pa3BUTHS MacCUBHOM HeMpoAereHepaluu, 4To HaNpsAMYyO OIpe-
JeNsIeT NaabHEHNi (yHKIIMOHATBHBIA UCXOI U Ka4eCTBO KU3HU TMAIUCHTA.

BBuay orpannueHHo# 3(EeKTUBHOCTH CYLIECTBOBABIIUX paHEE MOAXOIOB, CO-
BpEMEHHAsl CTpaTerus JIEYEHUs CMECTUIIACh B CTOPOHY MPUMEHEHHS 00JI€3Hb-MOIM-
bunupyromiei Tepanun, HarpapieHHON Ha natorene3 CMA. Takoe nedenne cnocooHo
3aMeJIUTh MPOrpecCUpoOBaHne 3a001€BaHus, YIyUIIUTh MOTOPHbIE GYHKIIUU U yBe-
JUYUTH TPOIOTIKUTEILHOCTD XKU3HU.

[IepBbIM 3aperuCTPUPOBAHHBIM MATOT€HETUUYECKUM IPENApATOM CTall HyCUHEP-
ceH (kommanust Biogen, CIIIA). B kIMHUYECKUX UCCIIEIOBAHUSX €TI0 IPUMEHEHHE ac-

COONUHPOBAIIOCH CO CTATUCTUYCCKN 3HAYMMbIM YJIYUYIICHUCM ABUT'aTCIIbHBIX HABBIKOB!:
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HaIMEeHThI IEMOHCTPUPOBAIN CIIOCOOHOCTD YJIEPKUBATh T'OJIOBY, IEPEBOPAYUBATHCS U
cueTh 0e3 moayepkku. Takxke OblIO OTMEUYEHO MOBBIIIEHHE 001EH BEIKMBAEMOCTH
U CHIDKEHHE MOTpeOHOCTH B pecnupatopHoil moanepxkke. [Ipemapat, omo0peHHbIi B
Poccun B 2019 roay, BBOIUTCS MHTPATEKAIBbHO — HETIOCPEICTBEHHO B CyOapaxHOU-
JaNbHOE MPOCTPAHCTBO JJI JOCTABKU JEHCTBYIOILIETO BEIIECTBA B JIUKBOP.

BTopbiM KiIOUEBBIM TIpenapaTroM siBisieTcss pucauiuiaM (paspaboran PTC
Therapeutics, mpousBoautcs Roche). Ero npunnunuansnoe oTandue — nepopaibHbIii
nyTh npueMa. B xoze ucciaenoBaHuil pucauiuiaMm npoAeMOHCTPUPOBAI OaronpHsT-
HBIN PO UL 6€30MACHOCTH ¢ MUHUMYMOM HE)XKeJIaTeIbHbIX SBJICHUHN U OTCYTCTBUEM
3apEruCTPUPOBAHHBIX JETAIBHBIX UCXO/0B B UCCIEAyEeMON KoropTe. BaxkHbIM mpak-
TUYECKUM MPEUMYILECTBOM MEPOPATIBLHON (POPMBI, OCOOCHHO aKTyalbHbIM B IEPUOA
naugemMuu COVID-19, crana BO3MOKHOCTh MPOBEACHUS TE€paluu B aMOYJATOPHBIX
YCIIOBUSX, YTO MUHUMHU3ZUPOBAIIO PUCKHU JIJISl MALIMEHTOB U MO3BOJIWIIO OCYIIECTBIISATh
BpaueOHBI KOHTPOJIb C UCTIOJIb30BAHUEM TEIEMEAUIIMHCKUX TEXHOIOTUM.

Takum oOpazom, coBpemenHas Tepanuss CMA, ocHOBaHHasl HA IPUMEHEHUH T1a-
TOT€HETUYECKUX IMPEenapaToB, TpeOyeT MaKCUMaIbHO PAaHHETO HA3HAYEHUS TOCIIE re-
HETUYECKOTO MOJATBEPKACHMS UAarHo3a JJisl JOCTUKEHUS ONTHUMAJIBHOIO KIWHUYE-

CKOT'O pe3yJibTaTa.
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