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Muoauctpodus [liomeHHa — reHeTHYecKoe 3a00JIeBaHNe, BO3HUKAIOIIEE MPH MYTAIHsIX B
eIMHCTBEHHOM reHe auctpoguna DMD nHa X-xpoMocome, B pe3yibTare 4ero 1uctpodun He oyzaer
CHUHTE3UpOBaThCs. OOBIYHO MyTaIHs SABISETCS HACIEACTBEHHOM, B TPETH CIIydasx OHAa BO3HHUKaeT de
novo. Yame crpagaror Mmampuuku (1:3500-3600 HOBOpOXACHHBIX). Y JAeBOYEK 3aboJieBaHHE
MIPOSIBIIICTCS PEXkKe U MPOTEeKaeT B Oosee Miarkon popme. Muoauctpodus /romenna pa3suBaercs K
3-5 ropam. IIprunHO cMepTH MALMEHTOB SBIISIOTCS CEPAEUHBIE U PECITUPATOPHBIE OCIOKHEHUS.

Ha panneii amOynaTopHO# cTaguu HAOIIOJAIOTCA MBIIIEYHAst CIaboCTh U yTOMIISIEMOCTb,
qacTble MaJeHus, CUMITOM [ 'oBepca, «yTHHAsD» MOXOJKA, XOXKIEHHE Ha HOCKax, TPYAHOCTU IpU
nobeMe no cryneHsM. Ha no3aneit amOynaTopHO# — TpyJHOCTH IPU X0Ab0€, MOTEps CIIOCOOHOCTH
MOJTHUMATKCS 110 CTYTEHSAM U BcTaBaHus ¢ noja. Ha panHeit HeamOynaTopHO# cTaauu peGeHOK elne
MOJKET MEPEMEIAThCs, HO HYKIAaeTCsl B UHBAIMIHOM Kpecie. Ha mo3nneit HeamOyiaTopHO# cTaanu
HaOII0AaI0TCS yTpaTa CoCOOHOCTH K CaMOCTOSATEIILHOMY TEPEIBIKEHUIO, TPYAHOCTH YICpKaHUS
II0JIO’KEHHUS TEa, MOBBILIAETCS PUCK PA3BUTHS OCIOKHEHUI.

Juctpodun cocTouT n3 3685 aMHHOKHCIOTHBIX OCTaTKOB, UMEET MOJICKYJISIPHYIO Maccy 427
k/la 1 BKJIIOUaeT 4etbipe 1oMeHa. B Hopme nuctpoduH JoKanu3yeTcs HeJaleKo OT CapKOJIEMMBI U C
MOMOILIBI0 TPAHCMEMOpPAHHBIX JUCTPO(YUH-ACCOIMUPOBAHHBIX TJIIMKOMPOTEHHOBBIX KOMILJIEKCOB
(IAT'K, DGC) cBs3bIBaeT HUTOCKEIETHBIN F-akTHH ¢ BHEKJIETOUHBIM MAaTPUKCOM.

Huctpopun oOecrieunBaeT npaBwiIbHyl0 Jokanuzanuio nNOSp. Ilpu  gnmurensHOM
cokpateHnu Meimsl nNOSp Beiensier B kpoBeHocHble cocyabl NO. [Ipu orcyterBum nuctpoduna
nNOSp nepemernaeTcst ¢ CapKoJIEMMBI B CapKOILIa3My, TEPSET CBOIO CTa0MIIBHOCTh M pa3pyIIaeTcs,
najaer obmas akTuBHOCTh NO-cHHTa3, a MPU OTCYTCTBUH 3AIUTHON Ba30AMIATAIIMN BO3SHUKAIOT
nnieMuueckue mnospexaeHus. Capxornazmatudeckass nNOSp BbI3BIBa€T yCWIEHHE TOKCHYECKUX
s dexToB NO U CynepoKCHUIOB, YTO MMPUBOIUT K HEKPO3Y KIETOK.

B nopme NOX2 aktuBHpyeTCs CBSi3aHHBIM C MHKpOTpyOoukamu Oenkom Racl mpu
MEXaHUYECKOM PACTSDKEHHHM MBIIIIBI, YTO YCHJIMBAeT T€HEepaIfio aKTHBHBIX (OpM KHUCIOpOAa
(ADK). Ilpu orcyrctBuM auctpoduHa uAeT MoBbIIeHHOEe oOpazoBanne ADK u Hapymaercs
o0pa3oBaHMe JIU30COM. DTO IPUBOAUT K MOBPEKIACHUIO MBIIIIII.

Kommnexkc DAPC cBsi3aH ¢ MEXaHOUYBCTBUTEJIBHBIMH JAEMO-YIIPaBIISIEMbIE KaJIbLIMEBBIMU
KaHanmamu, KaipieBoid AT®-a30il rurazmaneMMsbl, HaTpui-kanbueBbiM oOMeHHHKOM NCX. Ilpu
OTCYTCTBUHM JUCTpO(MHA TOTOK KalblUs 4Yepe3 HOHHble KaHambl U NCX ycunmBaercsi, 4TO
YBEIMUYMBAET €ro KOHLEHTpaluioo B nuroruiasme. Ilpu neperpyske KaiapLueM pa3BUBaeTCA
TUCYHKIUST MUTOXOHAPUH. [IporcXoauT nerpajanii MUOIIMTOB TIOCPEACTBOM KaTbIIMI3aBUCUMOM
npoTeassl KayblnanHa u Gochonunassl A2 1 MUTOXOHIPUATBHO-3aBUCUMOMY HEKPO3Y.

[Tpu muoauctpodun JliomeHHa BEJIWYMHA MOTEHIMAA KOHIEBOW IUIACTMHKUA HE MOXET
JOCTUTHYTh TOPOTOBOIO 3HAUEHUs, HY)KHOIO I AETOoJspu3alliM capkojeMMbl. Hapymaercs
nepefaya CHUTrHaja B HEPBHO-MBIIIEYHOM CHHAIICE, MBIl CIA0CI0T M MEPecTaloT HOPMAJIbHO
paboTarts.

Jia accumerpuuHoro Muroza MuSC momynsuuu cTBoJOBbIX KieTok HykeH DAPC. On
UTPaeT POJib B IKCIIPECCUU CEPUHOBOW/TPEOHMHOBOM mporenHKkuHa3sl MARK?2, koTopast oTBeuaer
3a PEeryJSLUI0 KJIETOYHOM mossipu3anuu. [Ipu oTCyTCTBUM AUCTPOPUHA pEereHepanusi MbIIIEYHOH
TKaHU HapyllIeHa, pa3BuBaeTcs puopo3, 00paszyroTcs KUPoBast U pyOLIOBast TKaHU.

Takum o6pazom, AUCTPOGUH, M3MEHSS (PU3HUOJIOTHIO MHUOLMUTOB, JENAET MHUOIUCTPODUIO
JlroneHHa cepbE3HBIM 3a00I€BAaHUEM, IPUBOSIIUM K CMEPTEIBHBIM OCIIOKHEHHSIM.
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