MuoToHM4Yeckan
anctTpodpus
(0ones3Hb
LLiITenHepTa,
anctpoduyeckas

MMOTOHUA )




Muoronnueckasa 1ucrpodus -

- ayTOCOMHO-JIOMUHAaHTHOE MHOTOCHCTEMHOE 3a00JIeBaHME,
XapaKTEepU3YIOIIeeCs CUIIbHO BapruadeIbHOM SKCIPECCHE TeHa
(KIIMHAYECKUM MOIUMOP(U3MOM) Y 000X IOJIOB I10 HaYaly
3a00JICBAHUS U TSXKECTH TCUCHUSI.




J/Inarmocruka

* JTaboparopnsie ananusbl (Ha KOK, I'T'T, ®CI, tectoctepon, 1gG);
T€HETUYECKOE TeCTUpOBaHue (Tmoruck myTaruii B rene DMPK u ZNF9);
* Dnexkrpomuorpadus;

* BUOIICHST MBIIIIIT;

* Heitponicuxosnorudeckoe o0ciieI0BaHuUE;

* MPT ronoBHOTro M03ra;

* Kapauonorudeckoe o0clie1oBaHUE.

OOHapyXUTh MUOTOHUYECKYIO JUCTPOPUIO B IEPUO.
BHYTPUYTPOOHOIO pa3BUTHSI peOCHKA MO3BOJISIET aHTEHATaIbHAs
JTMAarHOCTHKa (HEMHBA3UBHOE F'€HETUYECKOE TECTUPOBAHHUE)




‘ OcCHOBHBIC CHMIITOMBI:

* MMOTOHUYECKUM (DEHOMEH B CKEJICTHBIX MBIIIIIAX;

* MblIlIeUHAst aTpodusi U mape3bl;

* kapauomuonaTuu (HapymeHue MpoBOJIUMOCTH);

* SHIOKPHUHHBIEC TIATOJIOTUHU (HAPYIIIEHUE CEKPEIIMU TOPMOHA POCTa,
WHCYJIMHOPE3UCTEHTHOCTb, TECTUKYJISIPHYIO aTpO(HI0, paHHEE TOOHOE
OOJIBICEHUE Y MY>KUMH, OCCILTIOAUE Y KEHIIHH);

* Kkarapakra.

“Hatchet” facies due to
atrophy of temporalis muscle

AR Myotonia congenita
- % . (Thomsen's disease)
Fronal balding
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WS- Ptosis and drooping
N

A Percussion myotonic reaction: Thumb moves sharply into
opposition and adduction on percussion of thenar muscles
and returns 1o initial position slowly.




CTpyKTypa HApyUIeHUH

MyTanus B TeHE NPOTEMHKUHA3bl MBIIIEYHOW TUCTPO(PUU (CUMBOJI F€Ha
DM-PK), nokanuzoBanHoM B xpoMocome 19ql3.3. CyTb myTanum -
sKcnaHcus (yBennmdeHue urcia) HectabuiabHbeix CTG noBTopoB B 3'-
HeTpaHcaupyeMon obnactu reHa. B Hopme uncino CTG moBTopoB
kosneonercs oT 5 10 30. [Ipy MUOTOHMYECKON TUCTPOPHUH ITOT
MOKa3aTesb 3HAYUTEIIBbHO YBENIMYUBAETCA U BapbupyeT oT S0 10 2500 u

BBIIIIC.
l Nospexaorui annens

HopamanoHu annens

tod

Pucywox 1. Mpuynna ancrpoPmuyeckol muoronmm 1-ro tuna — myraums 19q13.3: A) noxannsaumns rena DMPK
Ha pnnwnom nneve 19-i xpomocome 8 noanumnn 13.3; B) axcnancns rpmgmoomanoro nosropa CTGe
nporennkunasnom reve 19-i xpomocoms: (no R.1. Richards, G.R. Sutherland, 1997)
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JleyeHue U MPOPUIAKTHKA MUOTOHUYECCKOU
AUCTPOPUHU

3a0os1eBaHue ABIAETCI HEN3IEUUMBIM, OJHAKO KOMILJIEKCHBIN IMOAXO0.
K Tepanyy MO3BOJISIET 3aMEIJINTh €ro mporpeccupoBanue. Jleuenue
BKJIFOYAET B CeO4:

* MEIMKaMEHTO3HYIO TEPAINI0O MUOTOHUYECKOTO KOMIIOHEHTA;
* pusznyeckyro tepanuio (JIOK);

* UMIUTAHTALMIO BOJUTEIISI CEPACUHOTO PUTMA;

* ynanieHue xpycTajiuka (Mpu KarapakTe);

* XUpyprudecKkoe JieueHue (amHos CHa).

[IpodunakTuka MOBTOPHBIX MU300B MUOTOHUYECKON JUCTPODUH B
CEMbSIX C OTATOIIEHHBIM aHAMHE30M 3aKJIFOYAETCs B IPOBEICHUU
pEeIUMIIIAaHTAMOHHON U npeHartaiibHou JIHK-auarnoctuku.




NudopmMannoHHbIC HCTOYHUKH

1. http://www.genomed.ru/distrofiva/miotonicheskava/
2. http:// www.sweli.ru/zdorove/meditsina/urologiva/mioton
1cheskava-distrofiva.html
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BYILTE 3/IOPOBBI,

TMMOYAIIIE Y/ILIBAWTECH!




