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Beseoenue

bonesur I'entunrrona (BI', Xopes ['entunrtona (XI'), muscka Cestoro Buta) — 310
ayTOCOMHO-JIOMUHAHTHOE HACIIEJICTBEHHOE, XPOHUYECKH MPOrPECCUPYIONIEE HeUpoaereHepa-
TUBHOE 3a00JIeBaHUE C MPEUMYIIECTBEHHO MKCTPAMMPAMUIHBIMU PACCTPOICTBAMK HEPBHOMN
CHCTEMBI M HapyIICHHEM CO CTOpOHbI IcuxuKH [1]. Pacnpoctpanentocts Xopeu 'eHTHHTTO-
Ha, Ha JJaHHOE BpeMsi, cocTasisier A0 10 ciaydaeB Ha 100 Thic. HaceneHus [2].

Ilens

IIpoananu3upoBaTh KIMHUYECKUN caydan ¢ Xopeen ['eHTuHrToHa.

Mamepuan u memoowl ucciedo8anus

[ManmenTka T., 1974 roga poxaeHus, okono 14 ner Hazan oOparTuiach 3a MOMOIIBI0 K
TEparneBTy B MOJIUKIMHUKY IO MECTy JKHUTEIhCTBA M Obliia NIEpPEHAIPABICHA K HEBPOJIOTY C
XKanobaMH Ha 4acThle TOJOBOKPYKEHUS, HEMPOU3BOIbHbBIE ABWKECHUS KOHEYHOCTEH U M3Me-
HeHus peud. B aHamHe3e oTMeuana peakue IMpocTyaHbIe 3a0oneBanusa. HacnemncTBeHHBIHM
OTSTOILIEH: MaTh MallMEHTKU yMepiia B Bo3pacTe 43 JieT, a Tak ke OpaTy MaTtepu ObUT BBICTaB-
nen auarHo3 XI'. B T'omenwsckuii oOnacTHOM knumHWYeckuid rocnutanb MOB moctymmna B
MJIAaHOBOM TOPSKE BTOPOU pa3, JUIsl OLEHKH COCTOsIHUSL, KOPPEKLIUU JICUCHHUS.

Heponoruueckuii craryc: Co3Hanue sicHoe, KOHTakTHa. [loyst 3peHust He OorpaHUYEHBI.
3pauku cpeaHero nuamerpa, S = D, peakuus 3padkoB Ha CBET MpsiMasi U COJAPYKECTBEHHAS,
KuBasl. JIBMKeHUe TIa3HbIX S0J0K: HApYIIeHNE aBTOMATU3AlMK CAKKaIUPYIOIINX JABUKCHUN
(ynuHsieTCsl JIaTEHTHBIM Mepuo;j Hayvajda JBWKEHUM TJia3, CHUIXKAETCS CKOPOCTh MEpeBojaa
B30pa M TOYHOCTh OTCJIEXKMBaHUS). Jluruionuu, HUcTarMa HeT. YyBCTBUTEIHLHOCTh Ha JIUIIE:
HE HapymieHa. MuMuueckass MYyCKyJaTypa: XOpPEHYeCKHe THIEPKHUHE3bl (BBIpa3UTEIbHBIC
TpUMAachl C BHICOBBIBAHHUEM $I3bIKa, TOOYEPETHHIM HAXMYPUBAHUEM U MPUIIOJHUMAaHUEM Opo-
Beit). [lucdarus nerkoit crenenu, nuchoHum, Tu3apTpuu HeT. Msrkoe HeOO CUMMETPUYHOE,
GboHHUpYET YIOBJICTROPUTEIBHO, S3bIUOK MO CpeaHed NuHHH. SI3BIK MO CpenHed IWHUU.
M. sternocleidomastoideus, M. Trapezius — 5 6amioB. PediiekcoB opaibHOr0 aBTOMaTH3MA:
HeT. [lupamuHas cuctema: MBIIIIEUHBINH TOHYC HE U3MEHEH. MblllieuHas cuiia B pyKax: cIpa-
Ba — 5, ciieBa — 5. MplllleuHas cuila B HOTax: cipaBa — 5, ciueBa — 5. ['myOokue peduiek-
cel: Ha pykax D = S m Ha Horax D = S cpenneii sxuBocTH. [laTOMOrHYECKIE CTOIHBIC 3HAKH:
OTCYTCTBYIOT. bpromrabie pedaekchl 0TCyTCTBYIOT. [I0OBBIIIEHHYIO YTOMIISIEMOCTh OTPHUIIALT.

OTmeyaroTcs TUIIEPKUHE3BI B pyKax B BUJE OBICTPOro CrubaHus U pa3ruOaHus Majblies,
B HOTax — B BHUJE NOOYEPEJTHOr0 CKPEUIMBAaHUS U pa3BeACHHUS HOT B cTOpoHY. KoopauHa-
TOpPHBIE MPOOBI BHITIONHSAET yIOBIETBOPUTENbHO. B mo3e Pombepra mommareiBaetes. Xoap6a 1o
JIMHUYU C BbIpaXK€HHOM aTtakcuell. [loBepXHOCTHAsh YyBCTBUTEIBHOCTh HE HapylleHa. MBbIeyHO-
CyCTaBHOE UYBCTBO HE HapyiieHO. BuOpalmoHHas 4yBCTBUTEIILHOCTh B pyKaxX B HOpME, B HOTax
B HOpMe. DyHKIMU Ta30BBIX OPraHOB — HOpMA. BBICIIME MO3roBbie (YHKIUH: JETKOE KOTHH-
TUBHOE CHIDKEHHE. JlerpeccuBHBIEC paccTpoiicTBa oTpuiiaeT. Xoa50a 10 300 m.

JIJi KOMM4YeCTBEHHOM OIICHKM CTETEHU BBIPAXXEHHOCTH (YHKIMOHAJIBHBIX HAapyIIEHUN
npu Xopee ['@HTHHITOHA WHCIIONIb30BaNlach YHHUBepcalbHas oieHouHas mmkamta (Unified
Huntington Disease Rating Scale, UHDRS) [3].
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B 2004 r. — o mkane cymma 6amnoB coctaBuia 9 (2 craaus); 2010 r. — cymma 6amioB
cHu3mnack 110 6 (3 cramms); 2018 r. — cymma 6aiioB coctaBmia 2 (4 cramus).

Pe3ynomamul ucciedoeanus u ux 06CcyyicoeHus

B pesynbrare aHanu3a KIMHHYECKOIO Ciy4as YCTAHOBJICHO: IporpeccupoBanue bl yme-
PEHHO BBIPQ)KEHHbIE TUIEPKUHE3bl BEPXHUX KOHEYHOCTEH, TYJIOBHUINA; PE3KO BBIPAKEHHOE
HapylieHue (QyHKIUU NEePEBIKEHNS U CaMOOOCITYKMBaHUSL; JIETKOE KOTHUTUBHOE CHUKEHUE.

Buieoown

XI" otHOCHTCA K 3a00J1€BaHUSAM C HapacTaollel KIMHUYECKOW KapTUHOM 1 HeOIaronpu-
SITHBIM TIPOTHO30M. BBI3bIBasg MpOrpeccUpyOIME MOTOPHBIE M KOTHUTHBHBIE HapyIIEHM:
NPUBOJUT K JIe3aJaNTalliy NallMeHToB B o0mecTBe. O HaKO OBICTPOE YCTAHOBJIEHHUE JIMarHO-
3a, HaOJIIO/IEHHE 3a MALMEHTOM U PalMOHANBHO MMojo0paHHas (papmakoTeparis, NCuxoTepa-
ISl COCOOHA MOBBICUTH KAY€CTBO U3HU MAIMEHTOB C JAHHOW MaTOJIOTHUEH, YTO U [10Ka3aHO
B JJAHHOM KJIMHUYECKOM CIIy4ae.
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Beeoenue

Cunnpom riceBno-JIenHokca (arunmuyHas 10OpOKaueCTBEHHAs MapIHallbHAS ITHIICTICHS
JETCKOTO BO3pacTa) — OJIHA U3 BO3PACT3aBHUCUMBIX SMHUIECNTHUECKHUX SHIEATONaTHil ¢ mpo-
JOJKCHHOW THK-BOJHOBOM aKTUBHOCTBIO B (ha3y MEIJICHHOTO CHA, XapaKTePU3YIOMIAsCs da-
CTBIMU TOJUMOP(PHBEIMU (POKATHHBIMA MOTOPHBIMU U TICEBIOTEHEPATU30BAHHBIMU TPHUCTY-
MaM¥, KOTHUTHBHBIMUA HAPYIICHUSIMH, HATHYHEM Ha JJIEKTPO3HIIe(aTorpaMMe peruoHaIbHON
u auddy3HoH mIenTuGOPMHON aKTUBHOCTH, IO MOP(OJIOTUH HIESHTUIHOW q00poKaye-
CTBEHHBIM AMIIENTA()OPMHBIM MATTEPHAM JIETCTBA.

Henv uccneooeanus

Ornurcanue KIMHUYECKOTO Cclydasi CHHApoMa TiceB10-JIeHHOK .

Mamepuan u memoowl uccieoosanus

B aHHOM WCCIIeIOBaHUN HCIOJIb30BATUCH BBIMMCKU U3 UCTOPU OOJIE3HU, JAHHEIC Jia-
OOpaTOPHBIX UCCIIEIOBAHUH, PE3yIbTaThl KOHCYJIbTAUNA CMEXHBIX CIIEIUATNCTOB MaIleHTa C
CUHJPOMOM IIceB10-JIEHHOKCa.

Pe3ynomamul ucciedosanusn u oocyrcoenue

[Manment K., 2 ner, noctynun B HeBposiornueckoe otaeneHue ¥ «['OJKb» 30.01.2018.
’Kano6m1, co coB MaTepy, HA TPUCTYTIBI MOTEPU CO3HAHMS BO BPEMsI KPHKa, IJiIaya B TEUCHUE
1-2 MUHYT, OTHOKPAaTHO B HOYHOE BPEMsI TAPOKCHU3M C IEPEX0I0M B T€HEPAIIM30BAHHBIN TO-
HUKO-KJIOHUYECKUI mpunanok. Takke mpUCTyNbl B BHAEC aTOHUYECKUX, OCCIIOKOWHBIA COH,
TU3apTPUSL.
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