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® Bosie3Hb [@eHTUHITOHA - reHeTU4Yeckoe 3abosieBaHue

HEPBHOW CUCTEMbI, XapaKTepu3ytoLeecsi NOCTENEHHbIM
Hayas1oM 06bIYHO B BO3pacTe 35-50 J1eT M COYETAHUEM
MPOrpeccnpyroLL,ero Xopem4yeckoro runepkmnHesa m
MCUXMYECKNX PACCTPOMUCTB.



YTo npoBouupyeT Xopes

[@HTUHI TOHA:
AyTOCOMHO-AOMMWHAHTHOE HacneaoBaHue
Orey ® Mats
(Gonew) ~ (3noposa)
® 3aboneBaHune HacneaCTBEHHOE. Tunm [
Hac/ie40BaHUSA ayTOCOMHO- 0e |

JOMUHAHTHbIN C BbICOKOW —

NeHEeTPaHTHOCTLIO RS lli\

g

(80—85 %). My>umnHbI bonetoT vaue. ‘

® YacTtoTa: OT 2 10 5 C/Iy4aeB Ha 100 000 o || ik

an ||/ Cm

Hace/1eHnN4d. (5&) Llous Chit Rlous

(agopoea) (3aopos) (BonsHa)
U.S. National Librany of Medicine



eH [eHTUHrToHa- HTT

(IT15) kKapTUpOBaH B A
NoKyce 4p16.3. R

B 5 obnacTtu aToro reHa
coaepXuTcs
HecTabunbHas
nocrneaoBaTenbHOCTb
TPUHYKNEOTUOAHbIX
noBTopoB (CAG)



Protein

i

CAGCAGCAG...

/

Triplet Repeat

/\

Healthy Gene
10-26 repeats

Huntington’s Disease Gene

CAGCAGCAGCAGCAGCAGCAGCAGCAG... s

Protein

VW



[laTOoreHes:

® Mporpeccupytowasn rmbenb HEPBHbBIX KIETOK C

BbIPA>X€HHbIM CHV)KEHNEM COAEPXKAHMS
HeMpomeanaTopoB B Ha3anbHbIX FAHIAUSX.

® BolpaxxeHHOE CHUXEHME aKTUBHOCTU AblXaTe/IbHOW
LLeny MUTOXOHAPUN B XBOCTAaTOM SIApe.

® B kneTkax HEPHOro BewecTBa MMeETCA NoBblLLUEHNE
CoO4EepP>XaHUA Xesie3a, a BIpUTpounmTax - MarHmA.



ATpouns KNEeToK Kopbl FONTOBHOMO MO3ra U NOAKOPKOBbIX
CTPYKTYp; aTpodus cTBona mMoara, Mo3)e4ka, UICTOHYeHne
MO30JSIUCTOro Tena.



Knaccndpumkaumsa 6onesHm [eHTUHITOHA

dopmbil:

- Knaccuyeckasi xopeougHas
- purngHas (BapuaHT BecTtdhans)

- JeTCKad Ui KOHOLLECKa4d

KnnHunyeckumne NPOABJIEHUA.

1) paHo MaHuUdecTupytoLLme, ¢ npeobnagaHnemM akMHETUYECKN-TUMEPTOHNYECKOTO
CUHOPOMA;

2) dopMbl C TUNUYHBIMU TMNEPKNHE3AMU, HO C MUHUMASIbHO BbiPaXXEHHbLIMU
NCUXOTUYECKUMU N3MEHEHNAMN (6e3 pa3BUTUA BbipaXKeHHOW AeMeHLNN);

3) dopMbl € npeobnagaHNeM MNCUXUYECKNX PacCTPONCTB B hopMe AeMEHUNN NN
rcMxonaTU4ECKNX N3SMEHEHNI U C pyAUMEHTapPHbIMU runepknHesamu (“"xopeonathbl");

cTaumoHapHble oopMbl, MPU KOTOPbIX 3abosieBaHMe 3aTArMBaeTCcs Ha
TUA, HE OOCTUrass KOHEYHOW CTaguu, Npu Hannydnum passepHyTomn
N (bonbHble YMMPAIOT B CTAPOCTU OT MHTEPKYPPEHTHLIX OONnesHen).



[lcuxonaTmyeckme oTKJIOHeHUS

YCNOBHO BbIAENAT 3 OCHOBHbIX TUMa NUMYHOCTHLIX aHOMaNun
Ha paHHeM 3Tane 6onesHu eHTUHrToHa:

) BO36yanmble, T.€. B3pbiBYaTbIE, 31100HbIE, CTEHUYHbIE,

) uctepundeckune, T.e. KanpuaHble, CKINOHHbIE K TeaTpanbHOMY U 4EMOHCTPATUBHOMY
AnoBeaeHnto, adpdPeKTUBHO-NA0OUIbHbIE;

3) 3aMKHYTble, ayTUYHbIE, IMOLMOHAIIbHO X0rogHble (LUM30ouaHble NcuxonaTtnyeckue
FINYHOCTN).

OCTENEHHO NOABNSATCA NPObnemMbl C NaMATbIO, MOXET BO3HUKHYTb Aernpeccus (Yactad
pryYMHa camoyoOunCTB) N NaHUKa, SMOLMOHArbHbIN AeUUNT, AroLEHTPU3M, arpeccus,
HaBsi34MBblE UAeN, NPOobemMbl C Y3HaBaHMEM OPYIrUX NOOeEN, rmnepcekcyanbHOCTb U
ycureHne BpeaHbIX NPMBLIYEK, TAKMUX KaK ankorosindm nim nrpoMaHums.

Ha 6onee no3gHux atanax 60ne3Hn ctuparoTcs NIMYHOCTHbIE OCODEHHOCTU BONBLHBIX K
BMBAETCS BblpaXXeHHOE dMOLMOHaNbHOE NPUTYNIeHne ¢ NnpeobnagaHnem
LLIHO - 3NdPOpPUNYECKOro HaCTPOEHUA.

ne paccTpomncTea, no gaHHeliM J.4.lUtepHbepra (1967), Habnoganuce B
pen [eHTUHIToHa.



KAnHmnyeckasa KapTuHa:

® Xopes — becnopsigoyHbie,

HEKOHTPOJINPYEMbIE 4BUXEHNA

® Mpu xoabbe 6onbHbIE

rPUMacCHNYaIoT,

XECTUKYAUPYIOT,
NPUCeAaloT, WMPOKO

PACCTaBASAIOT PYKMU.




BecnopsgoyHble, HEPUTMUYHBIE,
OTPbIBUCTbIE ABMKEHUS.

[MpuTaHUOBbIBatOLLLAA NOXOAKA, CITOKHOCTb
B YNpaBneHnM CBOUM TEMOM.

YOOPOXKHbIE OBMXEHUSA PYK U HOT



NamMmeHeHusa B ncuxuke

N3meHeHne Mmbll1eHUs
CHMXeHune BHMMaHUA
CHMXXeHMne NnamMaTu

JemeHumna

enpeccus
e i

bpea

HaBsa3umBble naen .




.1 TnnepkunHesbl Npu xopee
[TOHa N 30Ha NopaXkeHus B



/lnarHocTuKa:

® KnnHnueckmne metogbl- (KT, MPT, M3T)
® leHeTMYeckMe MeToabl- HeobxoaMM 3abop KpoBU

® OMbpUOHBI



Huntington's discase

-\‘ _.

normal

. lateral
ventricle ¥



JleyeHune

® bBone3nb [ eHTUHITOHA HEU3TIEUMMA, HO CYIIECTBYET JICUEHUE, CTIOCOOHOE OOJIErYnTh
HEKOTOPBIE CUMITTOMBI.

TerpaGena3un ObUT pazpaboTaH CEHUAIBHO /1JI1 YMEHbBIICHUS TSXKECTH CUMIITOMOB

0one3nu, 0611 yTBepkaeH B 2008 rony B CIIIA. HeliponenTrku u O€H3011Ma3€INHbBI
MIOMOTal0T YMEHBIINUTH MPOSIBIICHUS XOpEeU. AMAHTaIUH U PEMALIEMU]T HAXOASTCS B
CTaJINM UCCIIEIOBAHMS, HO MMOKA3aIu MOJOKUTENbHbBIE Pe3yabTaThl. st 00meryeHus
TUIIOKMHE3UH U PUTHUIHOCTHU MBI HA3HAYAIOT TPOTUBOMMAPKUHCOHUYECKHE
JIEKapCTBa, 71 00JIErYeHrs MUOKJIIOHUYECKOW TUIIEPKUHE3UN — BaAJIBIIPOEBYIO
KHUCJIOTY.

JI1s1 ycTpaHeHus NeNPECCUU MTPUMEHSIOT CEJICKTUBHBIC UHTMOUTOPHI 0OPATHOTO

3aXBaTa CCPOTOHMHA U MUPTA3AIIMH, a4 IIPH IICUX03aX U HAPYIICHUAX ITOBCIACHUA
Ha3HaA4YarOT aTUIIMYHBIC aHTUIICUXOTUKU.

® B HacTosmmiit MOMEHT BEIyTCSl aKTUBHBIE UCCIICIOBAHUS 110 pa3padoTKe crocoda

CUCHUA, UCCIICAYIOTCA ITOTCHIHUAJIbHBIC HAITPABJICHUA OJIS JICUCHUA 0o0se3HU
THUHI'TOHA.



[1pOrHos3:

® IIpoagomKUTEILHOCTD KU3HU MAllMEHTOB KOJIe0neTcs oT 1510
20 merT.

® IIpyunHa cMEpTH Yalle CyHUIIH/I




