MuacTteHus.

OundpdpepeHumanbHa
A ANarHoCTuKa

[loknag noarotoBUnu:

cTyaeHTKa 1511 3anaynnuHa JuHa
Ha3ndoBHa,

Hayu4HbIV pyKOBOOUTESb:
Xadmzosa VpuHa PaputoBHa
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ONODEPEHUMAJIBHAA AVNATHOCTUKA
MWACTEHNW

Mpu HapyLweHun
BynbbapHbIX MbiLL, U

Mpu NPEUMYLLECTBEHHO
ckeneTunil cnaboctu

Mpu HapyLweHUn GyHKLUNUA

HapYXHbIX MbiLWL, /1333 G
NIMLLEBOM YCKYNATYpbl

* OHMK

Mwuonatum un

¢ [IporpeccupyroLasn

HadbALEePHaA ¢ CTBO/1I0BbIE OMYX0NMn Mmuonatn4yeckme
odtanbmonnerna e EAC CMHMAPOMbI
¢ OkynodapuHreanbHa - TVicHa-bappe
MbilWeYHaa ANCTOHUA e TOKCMYeCcKoe nopakeHue
* JHAOKPUHHAA HEepPBHO- MbILWEYHON
odTanbmonaTua nepegauu (andrepuitHan
e PC
e CuHapom Tonoca-XaHTa CuHppom Jlambepra-

NTOHa
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CuHppom Jlambepra-UToHA

AHTUTENA K npecMHanTuyeckmum AHTUTENA K nocrcvMHanTuyecKkum

KazZibuunesbiM KaHaznam peuenTopam
HaynHaeTca ¢ KOHeYHOCTEN U HaynHaeTca € ras n «CNycKaeTcAa BHU3»
«noaAHUMMaEeTCAa BBEepx»

Bo Bpema pusnyeckom axmeuocm—j_ Bo BpemAa dPU3nN4eCcKON aKTUBHOCTH —1L
cnabocTb YyMeHbLuaerTca cnabocTb yBeNUMUMBaETCA

Cyx0XKunbHble pednekcbl YrHeTeHbl CyxoXunbHble pednekcbl COXPaHHbI

MoKeT GbITb BbIABNEH ME/IKOKNETOYHbIW  MoKeT ObiTh BbiABAeHa TMMOMa
PaK 1IETKOTo

Hawe y My>XYuH Haule y XKeHLWuUH







KnnHmnyeckaqa KkapTtuHa

* [loBbIlEHHAaA yTOMNAEMOCTb NMPOKCUMAaIIbHbIX
OTAENOB HMKHUX KOHEYHOCTEN U MbILLIL
Ta30BOro Nosica, YTo NPUBOAUT K MOABIIEHUIO
«YTUHOW NOXOOKM»

« HapacTtaHune mMbilLie4yHon crnabocTtu npu
NOBbILLUEHMN TEMMNEPATYPbI TENA U OKPY>KatoLLEN
cpenpbl

* BeretatnBHaga oucdyHKLUUA: opTocTaTnyecKas
TMNOTEH3UA, UMMNOTEHLNA

* «Cyxon» CUHAPOM: CHUXEHUE CINIOHO- U
noTooTAeneHus

« [Na3ogBuUraTenbHble HapyLLEHWS BCTPEYarTCs
peaKo




* [1pn cTumynaumnm c
yactoton 3y
HabngaeTca nerkoe
yBeNnuyeHne amnnmTyabl
NOTEHLMArIOB, Kak 3To
ObiBaET 1 NP MMacTeHUN.
[1py yBENUYEHNM YACTOTHI
cTumynsauum (bonee 10
L) amnnuTyna
MbILLEYHbIX NOTEHLMANoB
Pe3Ko HapacTaeT ————————
(dbeHoMeH

BpabartbiBaHuS).

YBenunyeHne amnnntyabl

MblILLEYHbIX MOTEHLMANOB

Takxe HabnogaeTcs

nocne punsnyecknx

ynpaxxHeHuu.




‘Mwnonatum




Muornamuu 3HOOKPUHHO20 U

o0bMeHHO20 2eHe3a.

e [1pn mupeomokcu4eckou
Muoriamuu HabnogaeTcs nporpeccupyroLLas
caboCcTb U YTOMISIEMOCTb MbILLLY
MunacteHonogodbHoro Tuna.

e bone3Hb Ha4ynHaeTcs ¢ nepmoanyecku
ycunueatoLlencsd crnabocTtm B NpoKCUManbHbIX
oTaenax Hor.

* [10o3)Xe noaBnNAOTCA NporpeccupyroLine
CUMMETPUYHbIE aMUOTPOPun 1 cnabocTb
MbILLIL, MSIe4eBOro nogdca..




Y DOSIbLLUMHCTBA OONbHbLIX BbIABMAKTCSH
TUNNYHbIE ANA TEPUOTAKCUKO3a
cepaeYHo-cocyancTbie N BereTaTtuBHbIE
HapyLLUeHUs, a Takke aKk3oMTanbm 1
cumntombl Mebuyca, LtenbBara, ['pede
n ap.

* Pegynbtatbl OMI 1 npobel C
NPO3EPUHOM UCKMNIOYAOT MUACTEHMUIO.

« CrnieayeT NOMHUTb, YTO Y 15% OONbHbLIX
MUaCcTeEHNEN UMEET MECTO
TUPEOTOKCUKO3







CumnTtom LUTenbBara

*-pefKoe MUraHue

B Hopme 6-8 pa3 8 MUHymy




Cumntom [ pede




[ unomupeouoHas Muornamusi

[1pn ayTOMMMYHHOM TUpeounanTe, nocrne
TUPEONOIKTOMUU, NyHYEBOU Tepanuu
LLIUTOBUOHOW XKene3bl MOryT BO3HUKATb
MblLLIeYHbIEe TMnepTpodun ¢ NnpusHakamu
MWOTOHMU N NATONOMMYEeCKOU YyTOMIIAEMOCTLIO.

OTtcyTcTBYET 9dEKT OT NPOOLI C NPO3EPMHOM.

Ha OMI He BbISIBMAIOTCA XapaKTepHbIE A5
MWUACTEHUN N3MEHEHNS.




e ATpodhunyeckas
* 'unepTpodunyeckasn
e [lceBOAOMUOTOHUNYECKAS







Omarnbmorinieaudyeckue u

ogomarbmobyribbapHeie
QopMbI MUonamuu

* HAYMHaEeTCH C OMNyCKaHUA BEPXHEro BEKa,
3aTeM NOCTENEHHO pa3BUBAETCS
OrpaHN4YeHne OBMKEHUI Ina3 BO BCE
CTOPOHbI.

* MPOLIECC CUMMETPUYEH
« BHyTpEeHHMe MblLLLbI Fa3a He cTpagatoT.

* B passutoun ctagmn 3aboneBaHmns
XapaKkTepHa rnonHasa Hapy»xHas
odpTanbmonnerus.

« MHoOrne rogbl 3T HapyLleHUsa MOryT ObITb
€JWHCTBEHHbIMW MPOSBAEHNAMN OONE3HN.




* Y HEKOTOPbIX DONbHLIX K KITMHUKE HapY>XHOW
opTanbMonsiernm MoryT NnpmMcoeguHnTLCA
crnabocCTb NULUEBON MYCKYaTypbl 1 napes
MbILLL, FOpTaHU U rMoTKU (odoTanbMo-
doapuHrearnbHbIN BapuUaHT).

* MbliLiLbI A3blka OOLIYHO HE CTpagatoT.
MoryT pa3BuUTbCS Takke yMmepeHHas
cnaboCTb 1 T<MNOTPOMUSA MbILLL, MNEYEBOro
rnosica, CHMXEHUE CYXOXUSTbHbIX
PESIEKCOB.




AN PEPEHLNPYIOT OT
MUuacTeHum ¢ nomorubio SMI un
nccriegosaHmga omonTaTos

MbILLILL,

B page cny4aes npotiecc
pacnpocTpaHAeTCcHa Ha gpyrue
nonepevHonosnocaTble MbilULbI, U
TOrAa onpenensercd NoBbiLLEHNE
YPOBHSA KpeaTMHJOCPOKNHA3hI,
nakratgernaporeHasbl u
anbonasbl B CbIBOPOTKE KPOBMU




MuoTtybynapHasa mmonaTtus

 Monoable nauneHTbl ¢
reHepeann3oBaHHOW
cNnadoCTbiO ,IMNOTOHNEN U
runopednekcuen

* [1TO03,0pTanbmonapes

e CNnabocTb He
nporpeccupyet

* MapdaHongHbIn rabutyc
e CKONnmMo3s, KocosnanocTb

 A) Ptosis, bifacial weakness,
and typical facial appearance
of congenital myopathy;




CHAPOM MAP®AHA

¢ ype3MepHO J/IMHHbIe 1 TOHKHe,
HeCOpada3MepHbIe C TY/IOBHILIEM
KOHEUYHOCTH,

* KWIeBH/IHAsl WM BOPOHKOOOpa3Hasi
rpy/iHasl K/IeTKa,

* CKO0/IM03 (M3rub Mo3BOHOUHUKA BO
()pOHTa/IbHOM TVIOCKOCTH) WX KH(]o3
-M3rub MO3BOHOYHMKA B CarUTTa/IbHOM
IUIOCKOCTH BBIYK/IOCTBIO Ha3aj, (rop06);

° _HeJ0pa3BUTHE JKUPOBOMU TKAHU U
MY CKYJ/IaTy Pbl.

JF s e









BpoxxaeHHasa mmacteHus

* 3aMETHa Y)Ke Ha 3Tane
BHYTPUYTPOOHOro pasBuTnsa nnoga: oH
MOYTN NN COBCEM HEAKTUBEH.

*[locne poxaeHua BO3MOXEH OTKa3
OpPraHoB AbIXaHusA U rndenb
HOBOPOXOEHHOIO.




OTO € AMHCTBEHHbIV CUHOPOM, NPU
KOTOPOM MOopaXkatoTCH B NEePBYIO
oyepeb rnasogBuraTenbHble MblLLLbl

(opTanbmonneruns).




* Manb4nku 6oneroT B 2 pala vallle,
4yeM JEBOYKM.

* B nepBbie HeOENW XnU3HN pebeHka
poguTenn obpallatoT BHUMaHUE
Ha onyLleHNe BEK N HapyLUEHNe
OBWMXKEHUSA rMasHbiX 610K BNNoTh A0
OTCYTCTBUS OBMXXEHUN
(HenoaABWXHOCTb rnaas).

* B O0ONbLUMHCTBE Clly4YaeB Ne4YeHne He
NOMOraeT B yCTpaHeHUn
odpTanbmonneruu.




MoxeT npossBUTbLCS criabbiM LLUEBENEHNEM MNoAa, a
B NOCTHaTaNbHOM Nepuoge - crnabdbiM KPUKOM,
3aTpyaHEHUEM COCaHUs, INOoTaHus, BASbIMY
OBMKEHUAMU KOHEYHOCTEN.

[1pn OTCYTCTBUM NaTOreHeTUYeCKon Tepanum
60rnbHOW pebeHOK MOXET YMepeTh OT bynbbapHbIX
paccTpoucTB. BpoxaeHHas dpopma MUacTeHNN
BCTpeYaeTcd pegko.

PaHHAS aeTckas MmacTeHmnsa pa3BmBaeTcs, Kak
npaBwUIo, Ha NePBOM UITY BTOPOM oy »KU3HM,
NPOTEKAET CPABHUTENBHO MATKO, XapakTepunayeTcs
B OONbLUMHCTBE Cry4YaeB rnasogBuratTernbHbIMM
HapyLLUEeHUAMN MUacTeHn4eckoro Tuna. B npouecc
MOTYT BOBIIEKATbCA MUMNYECKNE U KEBATENbHbIE
MbILLILIbI.




BpoxaeHHble
MUacTeHn4Yeckue CUHOPOMbI

bonbLUIMHCTBO HacnenyeTcA
ayTOCOMHO-peLecCcUBHO(
KpoMe CUHAPpOMa MeaNeHHbIX
KaHaoB)




Oopmbl

ayTOCOMHO-peLeCCUBHbIV CUHAPOM C reHepalin3oBaHHOM
MbILLEYHOW YTOMIAEMOCTbIO, O0YCrOBMEHHON 4ePULUTOM
aLleTUNXonnHacTepasbl KOHLUEBbIX MMACTUHOK;

ayTOCOMHO-AOMWHAHTHbIA CUHAPOM CO CraboCTbHo U
aTpodunen nonaTovHbIX MbILLIL, U MbILL, Npeanneybs;

ayTOCOMHO-PeLEeCCUBHbLIN CUHOPOM, MPU KOTOPOM pasmep
CUHaNTUYeCKNX Ny3blpbKOB, coaepkaline AXP Hmxe
HOPMbI;

ayTOCOMHO-peLIeCCUBHbIM CUHOPOM, BbI3BaHHbIN
cHmXeHnem konnyectea AXP Ha KOHUEBOW NIAaCTUHKE;

ayTOCOMHO-peLieCCUBHbIN CUHOPOM, MPOABNAOLWMNCS
reHepanu3oBaHHOW NATONIOrMYECKON YTOMIAEMOCTbIO
MbiLLL, 06YCNOBNEHHOW CHUXEHHbLIM COAEPKaHUEM
CUHaNTUYECKNX NY3bIPbKOB N YMEHbLLUEHUEM
OCBODOXOEHMSA aleTUNXonuHa;

ayTOCOMHO-JOMUHAHTHbIN CUHAPOM CO CraboCThbHo
BynbbapHbIX M MOACHUYHbBIX MbILLLL, YCUNUBAIOLLENCSA Npw
MbILLIEYHOM HaMpPsKEHUN U KOHTAKTOM C TEMOM.




CuHOPOM, CBA3AHHbLIN C
MeOJS1EHHbIM 3aKPbITUEM UOHHBIX

KaHAJ10B.
* [Py4HOU BO3pacT

« Hacnenyetcsa no ayToCOMHO-AOMUHAHTHOMY TUMY.

* [lepBble cMMNTOMbI CBA3aHbl C HApyLLUEHUEM
OYHKUMU LLEUHBIX M NONATOYHbIX MbILLILL,
NOCTENEHHO BOBIeKalTCH rnasonBurateribHble
MbILLLIbI, CKENIETHaA MycKynaTtypa BepXHUX
KOHEYHOCTEMWN.

* PebeHka becrnokonTt cnabocTthb B pykax, TPY4QHOCTU B
yOep>KaHUU PYK BblLLE FOPU30OHTaNbLHOIO YPOBHS.

* JIC He adbdEKTUBHBI
» OTnNn4YMe OT MNacTeHUm: pasBuTUE aTpodOnn MelULL




bnarogapto 3a BHMMaHue!




