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FrEHETUYMECKUE UCCJIENOBAHUA.
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WccnepoBaHue: Xopes [eHTUHITOHA: onpeaenerne konmyectsa CAG-nosTopoB BreHe HTT
MapameTtp PesynbTat PedepeHcHble 3HaYeHus EA. nam.

6-26 CAG- noBTopoB- HopMa; 27-35 CAG-
NOBTOPOB — YMEPEHHOE YBENMUYEHNUE;
:(::am:{e_rc;Bo CAG- noBTOpPOB B NepBO annenv 39 A 36-39 CAG- MOBTOPOB — yMepeHHas +1 CAG nosTop
akcnaHeus; >40 CAG- NoBTOpPOB -
BbIpaXK€HHas 3KCNaHcKs!
6-26 CAG- noBTopoB- HopMma; 27-35 CAG-
NOBTOPOB — YMEPEHHOE YBENMUYEHNE;
Ir(;):anHe_F:;Bo CAG- noBTOPOB BO BTOPOW annenu 12 36-39 CAG- MOBTOPOB — yMepeHHas +1 CAG nosTop
akcnaHeus; >40 CAG- NoBTOPOB -
BblpaXKeHHas 3KCnaHcus!

KommeHTapuit pacluMpeHHbIn: YMepeHHas 1 BblpaxeHHas akcnaHcus CAG-nosTopoB B reHe HTT ¢ BbICOKOM Aoner BEPOSITHOCTM ykasbiBaeT
Ha Hanu4ine

6onesHun [eHTUHrToHa. bonesHb MeHTUHITOHA — HacneAcTBEHHOE HelpoaereHepaTBHoe 3aboneBaHne, Bbl3BaHHOe
3KCMaHcKel Yncna TPUHYKNeoTUAHbIX MOBTOPOB, COCTOSALLUMX U3 LUTO3UHA, aAeHnHa u ryaHuHa (CAG - noeTopos), B N-
koHue 1 ak3oHa reHa HTT, pacnonaratowerocs B nokyce 4p16.3 n kogmpytowero 6enok reHTMHrTuH. 3abonesaHve
XapakTepuayeTcsi MosiBNEeHNEM pPasfMyHOro Buaa MOTOPHbIX HapyLUEHWIA (AMCTOHMS, XOpesi, aTeTo3, TPEMOP, MUOKITOHUS,
6pagvikvHesns, pUrMaHOCTb, OKYNTIOMOTOPHbIE HapyLLeHWs, Ancdarvs, HapyLleHne NoxXoaKku U KOOPANHALMN ABUKEHWN),
pasBuTUEM KOrHUTUBHOIO AeduunTta (AemMeHLMs) 1 HEMPOMCUXNYECKNX OTKIIOHEHWI (arpecCcnBHOCT,

pasgpaxuTenbHOCTb, Aenpeccus, NCMxXo3bl, anatuns, 06cecCcMBHO-KOMMNYNbLCUBHOE PaccTPoCTBO). 3aboneBaHne MoxeT
HacrnegoBaTbCs N0 ayTOCOMHO-AOMWHAHTHOMY TUMY, TO €CTb UMeEeTCs onpeaeneHHbIn pUck passnuTus 3abonesanHus y
notomkoB. Habniogaetcs 3aBncumoctb Mexay konuyectsom CAG - noBTopoB B reHe HTT ¢ paHHUM Havanom, Temnom
NPOrpeccnpoBaHns N TSHXKECTbIO TedeHuss bonesHun MeHTUHIToHa. BospacTt gebiota 6onesHu eHTUHIToHa obpaTtHo
nponopuuoHaneH yncny CAG — nostopos B reHe HTT. MNpu Hannymn ymepeHHol akcnaHcum CAG — nosTtopoB AebtoT
6one3Hn MeHTUHITOHa Yalle BCero BO3HWKaeT B Bo3pacTe 65 neT v ctaplue u xapakTepusyeTcs Nerkum Unm acuMnTOMHbIM
TeyeHneM 3aborneBaHus, a Npu HaNU4YUK BblpaxeHHo akcnaHcun CAG-noBTopoB B reHe HTT, B HEKOTOPbIX Cry4siX,
BO3MOXHO pa3BUTHE I0BEHUITBHON (hopMbl 6oNe3HM ¢ Ae6TOM B ETCKOM U lOHOLLIECKOM Bo3pacTe. [Npu nio6om ypoBHe
akcnaHcmn CAG - NOBTOPOB pekoMeHAyeTCs MpoBedeHne reHeTMYeckoro o6cneaoBaHus U MeanKko-reHeTu4eckoe
KOHCYNbTUPOBaHne brnmxanmnx poACTBEHHUKOB B CBSA3M C PUCKOM pa3BuTUS 6051e3HM MeHTUHITOHA UMW CKPbITOTO TeYEHUS
3aboneBaHusi. [pu konMyecTBe NOBTOPOB MEHEE U paBHOM 42 MoxeT HabnogaTeca Bapuauus £+1 CAG-nosTop.
YBenu4yeHne konmyecTsa NoBTopoB Gonee 42 MoxeT NpUBoANTb K Bapuauun +3 CAG-noeTopa. MNpeacraBneHHble AaHHble
M VHTepnpeTauus pedynbTaToB COOTBETCTBYIOT pekoMeHaaumsam American College of Medical Genetics, a Takke European
Molecular Genetics Quality Network.
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