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Mpvimeunas oucmpodpus Hiouienna

mMD

Boinoanuau:
Mbileuas auctpocpua fowenHa  |Crydermiku 5 kypca, [1P,3b epynne
[ecereelIBENIECHIEIDEEHE) Acaaroba b.®@. u Aiubeecoba J1.P.

Hyper:

lordosis




nonatus OdoweHHaA?

g JTromenHa (M/11) - aTo
abosieBaHMe, CIIeIUICHHOe C
aKTepu3yeTcs: ObICTPBIM
IVCTpOod ML, KOTOopad
ore HpMBOHﬁT

JBUTaThCS 1 CMepTH 0oJibHOro.Yacrora
:1:2500-4000 HOBOPOXIEHHBIX

3abosieBaHie Ha3BaHO B UecTh PPaHITy3CKOTO
a Kyinbema benpkamria Amanna JlrorenHa

gillaume Benjamin Amand Duchenne), koTopsiii Briepsble
IIvical

510 3ab0seBane B 1861 rojy.



laToreHes

fIKaeT B CBSI3VI C MyTallVieVi B reHe AVCTPOVH, KOTOPBIN Y

el pacrio >KeH Ha X- -xpomMocome (Xp21). I'er pucrpodprn kogupyer
JCSTSNBHOCTE DSIIRAMIMETPOd1IHA, KOTOPBIVI SBJISeTCS BXKHOV CTPYKTYPHO
COCTABISHONICI MBS HOMNKaH. [IicTpod1iH obecriedrBaeT CTPYKTYPHYIO
CTOMHMBOCTD HVCTPOCH= aCCOLIAIP OBaHHOI O-TTIVIKOIIPOTEMTHOBOIO KOMIUIEKCa
Al KOMITIEKCa), paclIoIOXKeHHOFOB 00IbIIIIX KOJIMUecTBaxX Ha KIIeTOUHOM
EMBpakie MplieuHbIx KIeTOK. Hapyillese crpyKTypbl MeMOpaHbI BeJIeT 3a coBo
RISREHEPAILIO OpraHesll 11 rvoers MUOPUOPIMWILI (OpraHesUIbl, OTBeYalolye 3a
OKpallierHyie MpIIIILT). MplliedHble BOJIOKHA B T AFOTCEL HEKPO3Y HaKOHeTl,
VIHUTEJIbHOTA.



Kak nepepnaertca mmonartus
[oweHHaA?

SENEIUICHHbBIM pelleCCHBHBIM TUIIOM HacJIeJOBaHVI.
DONBHBIETONBROMIaIIEU11K11.OK0JI0 2 /3 ciTyyaeB IiepeaeTcs OT
MaTeper-HOCUTENBHIN, 1 /3 BOSHIKAET B pe3yJIbTaTe HOBbIX

My Tain B X-XpoMocoMemaTepri. Hosble myTarimm siBjIsAr0TCs
BENOpaituecKMI CIydasaMiti€ecTpbl OOJIBHBIX OpaThbeB IIpK
WACTIeTOBAHHBIX CITyUasiX MMEIOT 50 % BepOsSITHOCTH OBITDH

X-cyennenroe 3ac6onesaror
peyeccHeHoOe Mars — Orey — TORBXO MY AKUMHE,
HACAEAOBAHHE  Snonopnid HOCHTENs  340pPOE HO XeHUWHH
MmoryT Buts
HOCHTenBAM

Musocanensie o 5
CIOATTE ORADS S4IHE Bupoxennsie npedopmaysm

X OTCyTCTEME M KORTPOXKTYpP®



OMbl U KITMUHUKA

X MBIIIILT), HU3KYIO Bb BOCTB V1 TPYJHOCTM TPV CTOSTHUM 0e3
eyl IIOMOIIIV, KaK ITpaBuJlo, eK TaKoKe He MOXKeT CAMOCTOSTEeIILHO

eJlas IIOXO/IKa; KaK IIpaBIJIo, MAMEeHTBl, XOA4T Ha Halbliax (Ha
jepes3 HOBBIIIIEeHHBIVI TOHYC MKPOHOXHBIX MBI, KpoMme Toro, Takas
T'b, ABJIAE€TCI CBOQO6pa3HOT7I agarrrTalen K IIoOCTeIIeHHOM IIoTepe

; MBIIIIEYHbIe KOHTPAKTYPhl, KOTOPBIE CYIIIECTBEHHO YMEHBIIIAIOT

~ (PYHKIMOHAJIBHOCTD axiJIOBOIO 1 IIOAKOJIEHHOTO CYXOXWIIV, IIOCKOJIBKY
KOJIVTYeCTBO MBIIIIEYHBIX BOJIOKOH YMEHBIIIAIOTCS ¥ BO3HMKaeT (prOpo3 MBIIIIILL;
00JIbHBIE YacTO I1aJal0T; IOCTOSTHHAS YCTaJIOCTh; yCUJIeHVe TIOSICHYHOTO JIOP03a,
KOTOpOe IIPUBOAUT K aTpodum (YMeHbIIIeHe pa3MepoB) MBIIIII] cribaTesient
Oerpa; IIOHIVDKEeHHBIM MHTeJUIEKTOM; KMOCKOII03 (MCKPpMBIIeHEM II03BOHOYHMKA
B JIBYX IUIOCKOCTSIX); HECIIOCOOHOCTb K X0/1b0e 11ocste 12 j1eT; cepaeyuHas u



Wcnob3osanue
PYK,
ONMPIOLMXCA Ha
Ko Npw
BCTaBaHMU

CirHansl passuBatoLLeroca Heayra

i alviyadn.com




THOCTUKA

ChIBOpOTKe Oyzet rosbiieHa B 20-100pa3.OHa BbIcOKa yKe ¢ poXKIeHMs,a
Ie3HVI CHVDKAETCS 13-3a 00e3IBVDKEHHOCTVI ¥ YMEeHBIIIeHVISI MBIIIIeYHOT
eyHas Tpuajia-CHVDKeHVe aMIUINTY/IbI 1 [IINTeIIbHOCTY U HojdasHble
OTEHIIVaIbI IeVICTBIA JIBUraTeJIbHBIX eIVTHVILKOJINYeCTBO

VIXCSL 1P IIPOM3BOJIBHOM coKpailteHv,Bospacraer. JJHK-TecT.
DMa reHa IUCcTpodusga COCTOUT 13 79 3k30HOB. TecTupoBaHme
OJISIFOT OIPEeIeIINTh TUII My TallV 5K30Ha VJIVI OIIPeIeJINTh

K B 0OJIBIIIMHCTBE CIIydaeB IIOATBEPIKIaeT

2 0 6H&py>I(T/IBaeTCH, TO BOSMOZKHO IIPOBEIIE€HVIE

ga. [lostHOe oTcyTcTBIe Oelika yKas3plBaeT Ha Haymdre 3Toro 3adoeBaHms. 3a
0JIBKO JieT JIHK-TecTs! OpUIM CYIIIECTBEHHO YCOBEPIIIEHCTBOBAHBI, Ha CETOHS OHM

2 TecTupoBaHme. Ecyvt ogye 1im 06a poamTerts SBIIsOTCs "HOCUTEIISIMI" 3TOrO
IIECTBYET PICK TOTO, YTO VX ellle He pOAVBIINIICA peOeHOK OyIeT IopakeH 3TUM
paccTporicTBoM. PasiiinyHble IpeHaTa/IbHbIe TeCTbl MOT'YT IIPOBOOUThCA IpyMepHO Ha 11 Hemeru

~ GepemertHoCTIA. VCCIeoBamHmie ¢ TIOMOTIBIO Groticuit xopyoHa (CVS) MOXHO TPOBOIIMTE Ha HeJTeIsx,
aMHIOLIEHTe3 MOXKHO MCII0JIb30BaTh ITocite 15 Hemernn, 3a00p KpoB IUIOZAa BO3MOXKEH IIPMMepHO Ha 18
jeqiesie. Ecyii TecTipoBaHme OyIeT ocyIlecTB/IEHO Ha paHHVIX CPOKax OepeMeHHOCTH, TO 3TO
TIO3BOJINAT JOCPOYHO HPEeKPaTUTh OepeMeHHOCTb, B CJIydae HaIm4ns 3a00sieBaHNs y IUIOZA, OTHAKO,
HPW IIPUMEeHeHUN TaKVX MeTOHA0B, yBeIM4BaeTCs PUCK BBIKVBIIIA TPV ITOCIIeTYFOIIMX
OepeMeHHOCTSIX, YeM PV TeX MeTOAax, KOTOpble IIPUMEHSIOTCS ITo3Xe (0K0I0 2%, II0 CpaBHEHWIO C

0,5%).



JieyeHue

eHIe MBIIIEYHOM IycTpodmn [forrreHHa HEBO3MOXHO.
e JIedeH1ie II03BOJISIeT YIIYUITh KaueCTBO XXV3HU U

JKI3HV OT KOHIIA JIeTCTBa 110 paHHen 3pertoctu Llemm
3BUTME DOJTe3H, odecrieynTh MOOVMITHLHOCTD,

ATh KOHTPAKTYPHI M CKOJIVO03, KOHTPOJIMPOBATh MacCy
VIX VI Ceprlia.

1a51 Oe JMHaMV, MVKpO3JIeMeHTaMVl, IIVIIeBble
AIryie KajbIlp bL Ipymrel B, 1, kKapHuTHH;
OCTOSIHVIIO VI CTaamI 3a00 g pusmgeckas akTMBHOCTD 110]],
olyTesIeVi/ olleKyHa, peadwinTosiora, nHcrpykropa JIDK,

0 IlepcoHaIa MeAMIIMHCKIX /I 0Opa3oBaTesIbHbIX yUpeKIeHNI.
D3HOE JIeUeHVIe

TepOVIHas TeparIvis:

HpeaH13010H-0,75 Mr/ KT riepopasibHO/ TPEeTHN30H,

0,9ML /KT B CyT-3TO MeTOJ, CMIITOMAaTIYeCKOI o JIeUeHs,

I STTOIT aMeIUINTh YTPaTy MBIIIeYHOV CYIIBL I PYHKIINVI, YMEHBIINTD

" PUCK PasBUTIS OPTOIEANYECKIIX OCJIOKHEHWI, CTaOIM3VPY IO
PYHKIMOHAIIBHOE COCTOAHVIE JIETKVIX VI Ceplia;

'Ha4aJI0 FTOPMOHAJIBHOVE TePAIVV 3aBUCUT OT dasel pa3BUTIS ABUTATEIILHO
pyHKIIMI pebeHKa, HIepBOHAYaJILHOTO (PM31MUeCcKOro cTaTyca, HaInams paHHMX
OCJIOKHEH M, POPMBI 11 TeueH s 3a0osieBaHMs. PekoMeH/TyeMblIll BO3pacT Havasla —
4-5 mer.




npodunnakTuka

ATTVISL:

TpyIIIbl B-mupuaokcnHa / myaHokoOalaMH / TMaMIHa
TOYHa 7103a, 1 pa3 B jeHs B/ M ,Kypc-10 nubekmi, [1-

0 ME 1 p/n nep oc, nesokapuutiHa,-0,5-1 1 2-3p/1
ys-1r 2-3 p/n, kosH31M Q10 -yOmxnHOH-30Mr-
Has Ha yJIydllleHyie OOMeHHBIX IIPOLIeCCOB B
TleyeH!, MVIOKapaa;HopMasIv3alis

e 0OpasoBaHVes: KETOKICIIOT, CHVDKeHMe
AHEeHVIsI IT000YHbIX 3P dPeKTOoB

III11aX, KO
11 KIPOBOro oOMeHa, y
03a;1J11 HPOPIVITaKTUKMA T

OVI TEPATIVIA.

A9eCKVie MePOITPVIATI:
J¥9eCKOe KOHCYJILTPOBaHNe OTATOIIEHHBIX CeMell — OCHOBHOe

CKOe MepOITpVIATHIE;

asi IMarHoCTVIKa IUI0MA Y JKeHIIMHbBI-HOCUTEeIbHUIIBI IaTOJIOTTYeCKOT O
] aKTIVIKa CePhe3HBIX OCJIOXKHEHMU 3a00JIeBaHs (OpTOIIeANYecKIX,

ra HTEeCTUHAIIBHBIX, JIbIXaTeJIbHbIX, KapOOIOIUecKyXx),

. HpodMIIaKTIKa MOB0UHBIX 5P PEKTOB FOPMOHAIIBHOV TEPATTVIL.




nuTeparTypbl

/Medical/ genetika/distrofia_dushenna.ht

I11as MbIIIIeYHas AVICTPOPU
OCTVKa, JIeYeHVe TOPMOHaJIbHO-

I POCTKOB: IIPO0JIeMBI
POPMITaKTUKIL.

OoIreHe3a, JIMarHoCTvKy,
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