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PE®EPAT

Oruer 63 c1p., 5 pasaenos , 5 tabu., 5 puc., 27 ACTOYHHKA, 2 PHTOKCHHS.

Kiouesbte cuosa: CITUHOIIEPEBEJUISIPHASL ATAKCHUS 1 TUIIA, MO3XEYOK,
MVYTALIAA, XPOMOCOMA, TPUHVIJIEOTUJIHBIN TTOBTOP LIUTO3UH-AJTEHWH-TUMUH,
TPUHYIJIEOTU/HBIA TTOBTOP [IMTO3MH-AJJEHWH-I'YAHWH, TTOJIUTJTY TAMUHOBAZ
HEMPOJIETEHEPATHVBHAS BOJIE3HbB, JIEUEHUE, L-I[TUCTENH.

OBLEKT HCCIeN0BAHNS - GO/IBHBIE ClIMHOICPEOEIIAPHOI aTakcueil 1 THIIA (CLIA1), npoxuBaoOLLHe
B pasEbIX peruonax Pecrry6makn Caxa SlkyTus.

Llens paborsr B 2015 rosy — MOMCK CPEACTB YIyHINAIOLMX crenmduueckiHe aTaKCHYCCKUe
schYHKIHH, YTOTHCIHEe MEXaHH3MOB NaTOreHEe3a.

[laTeHTHDIH TMOKCK IPOBEJAEH MO NATEHTHHIM Gazam mannerx P®, CHI, CCCP, CI.UA, SIMOHUH U
Eppocoiosa ¢ riay6usoii 1o 10 ser. Ha ocHoBe MpOBEACHHA HATCHTHEIX HCCIEOBAHMI Cle/laH BBIBO/T O

. BO3MOXHbIX I1y1siX rowcka 3QCKTHBHBIX CPEJICTB, ¢II0COGOB H METOJOR JIEHYeHNs W TIPCAYIIPCKACHHA
CIIA1, 9TO BO3ZMOKHO TIOCTIC pacuHdPOBKH TOHKMX MEXAHH3MORB 11aTOTCHE3a 3a00J1CBAHHSL.

KTMHIYeCKHe M HICTPYMEHTATBHO-Ta00pATOpHbIE HMCCEN0BAHMA OONBHBIX MPOBOJKIKCH 1O
pasMMHEIM HanpasieHusM. Paspaboran Ccriocof JreycHHA CHHHONEpeOe/UIpHoll arakcun 1 Tnnma ¢
HCIIOJE30BAHMEM L-IMCTEUHA ¢ NOJIOXKHTEIbHBIM KITHHHYCCKHM Pe3yIbTATOM. Toznana 3asBKa Ha NATCHT
«Cr10c06 jeuenus cinHonepebespHoi atakcuy 1 Tunay (N Bx0;1.003224 ot 26.01.16r).

BouBneno u3buparenbioe nopaxenue kierok ITypkirbe KOPKOBOIO  Cliod MOBKEUKa IIPH
OTHOCHTENBHO PaHHMX cTanusx 3aGonepanns. Ha ocHosarny UHTCILHLIX KITHHAYECKUX HaOIoAeHnH 1
r1aToMopdONOrHUECKHX HCCTIeoBaHmit ChopMyTIPOBAHA THITOTE3A O HOBLIX MexaHu3Max ITaToreHesa
CLIAL

3aiiaHHpOBaHHbBIe PaGOTHI HTAlld BLIIOJHEHB! B TOIHOM oGbeme. OTYET O MATCHTHOM IOHCKE B
[punoxernn A. B ATOre IpOBEACHHBIX HecTeoBaHMii TTOTyueHbl IPOPBIBHBIC PE3yMLTATEI IO JICHCHHMIO
Gompabix CLIAL, CO3aH CepEe3HBI 331N 1O BBIICHCHHIO MATOTCHETHICCKHX MEXAHHIMOB pazBUTHS
3a00JIeBAHUSL.

O6nacTh [PUMEHEHAS: GUONOTHsA, 3PABOOXPAHCHHE H ME/IHLMHA.
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BBE/IEHHE

Cunnonepebenmsapras arakcwst 1 tma (CLIAl) —  HACIeACTBCHHOES ayTOCOMHO-IOMHHAHTHOEC
3a00lEBaHHe ¢ PpasBHTHEM HCBPONOTHYUCCKHX PAacCIpOHCTB, XapakTepH3YIOUIHXCA HapylIeHHEeM
KOOpJMHAIHH [JIBIDKSHWH, IOSBICHHEM HEBHSTHOH peud, ¢ IOCMEMYIOIHM TIPHCOCIMHEHHEM
OyIpOapHBIX paceTpoiicT. Bee oTH M3MeHeHHS BLISBIBAIOTCS MyTanmel reHa spinocerebellar ataxia |
(SCAl) Ha xoporkom Iuiede 6 mapel XpoMOCOM ¢ TOABISHHEM B KOJHPYIOMICH YacTH TeHa
HATOJIOTHYECKHX IHATO3HH-aaeHnH-TayHuH (CAG) moBTOpoB. JTH H3MEHEHHA BBI3BIBAIOT ICTCHEPALIHIO
MO3KeUKa H ¢r0 adPepeHTHEIX UM 2(hhepeHTHBIX My TeH.

Cpeau KOPEHHOTrO HaceleHHs ceBepHoH wacTH Bocrounoii CuOMpH — AKyTOB, K Hauady XXI Beka
paGmongeTcs caMbllii GOJILINON OYar HAKOILUIEHWS HACTEACTREHHOTO JIOMHHaHTHOrO 3aboieBaHus
LeHTpaILHONH HeprHOI cuctemsl — cnuHonepebennaproi araxcuu 1 tuna (CLIAD). O wncaenHocTH
OOTBHBIX HACIE/ICTBCHHOH MO3MKCUKOBOH arakcHel B SIKYTHH NpeJNOIOMKHTENBLHO MOJKHO CYAHTD,
gaunHad ¢ 1970—x rojon, korma 3aBoliepanie OBITO BLIISNESHO OT KIMHHYECKHAX (hOPM BHIIOHCKOIO
.SIIHGQJ&'IGMHeJIHTa. bonee OOCTOBEpHaA JHHaMHKa s3afonepannd  Bejerca  Iocie IeHeTUYECKON
uaeaTHGukamun CIIAL.

Cuenyer ormernts, uro akryansuocts miydenmn CIHAL onpenciscrcs HesHAHHECM MHOTHX
CTOPOH TIaTOTEHEe3a, OTCy.TC'['BHCM BILIOTH JIO HACTOAMETO BpeMeHH d(@DEKTHBHEIX METO/I0B BTOPHIHOH
npoQHIAKTHKE H JIcUCHHA 300071eBaIlHA.

[{elTH H 327244 3Tana Heeaenoannii, ux mecto B Boinoanennn HHP B ueaom.

B 2015 T. cornacuo Kanengapuomy nuany manuposanock: ITatentneii nonck. Kmuukeckoe
UHCTPYMEHTAIbHO-1a00paTopHOE HecTe/IoBanye OOTbHBIX.

[laTeHTHBIT TIOWCK MPOBENCH MO MaTeHTHBIM Oasam mamneix P®, CHI. CCCP, CIIIA, fnoxun u
Espocorosa ¢ rayounoi g0 10 ner. Ha ocHoBe IpoBeaeHHs NATEHTHBIX HCCIELOBEHIIT CAENaH BEIBO O
BO3MOKHBIX IIYTAX HOHCKA dM{MEKTHBHEIX CPELCTB, CIIOCO00B U METOJOR JIeYeHWH U TPEIyIpek ICH s
CITA 1, nums nocjie pacimappPOBKA TOHKHX MEXaHH3MOB MaToreHesa 3a001cBaHuA.

KiIMHHYECKOE W WHCTPYMEHTATBHO-TabOPaTOpHOE HCCIeoBaHHe OOMBHEIX NPOBOJHIOCE 10
pasIHUHLIM HanpapieHmaM. [IpoBefen GHOXHMHUECKHI aHAIM3 CHIBOPOTUK KPUBM GoibHBIX ClIAL ¢
Pa3NHUHEIME CTatpsME Gonesnu no 28 napamerpaw. [To pesynbrataM aHalA30B MPOBEACHEL KOPPEKTHBLI
peacHus GonpHEIX. Paspaforan cmocof JewenHs cludHouepe0e/UMpHOH arakcHn 1 THna c
Herosp3oBaHHeM L-ITHCTeHHA ¢ XOPOLIAM IOTOKHTENEHBIM pesyiisratoM. [Togana sasiBka Ha TaTeHT
«CriocoG nevenus cnuHonepeGessiproit atakenn | tunan  (Ne xom.003224 ot 26.01.16r). Ha ocrone
TaTOMOP(OIOTHYCCKOrO HCCASNOBAHHS THCTOMOIHYeCKHX TPENapaToR, MOMYyUYEHHbIX [IPH ayTONCUA Y
oompuoit  CIJAl mpexkjeBpeMeHHO yMepiIeH OT IpUIlia W JUIMTENLHLIX KIHHAYECKHX W
HeRponoruyeckiux Habmonenu# ¢ Gonburav korTEArenTOM 6ombHBX CLAI chopMyIHpOBAHA I10BAS

runotesa matoresesa CLIAl. Hawmm npenmomaraeTcs, 4YIO MYCKOBBIM —MEXdHH3MOM  pasBHTHS
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xuaEvecknx mposiienuit CIIAT siasercs nepsadnoe m3buparenenoe nopakenue kierok llypxnabe
FaHCTHORAPHOTO IO KOPBI MO3:Ke4Ka, anbHeiee pa3sBATHE KIMHUYECKHX IPOSBISHUH 3200 1eBaHuUs:
nprEcoeEHeHAe OyAL0apHEIX PacCTPOICTR, IIOpakeHHe NepU(epIIecKuX HePBOB, BOIMOKHO, SRIAETCH
pesyibrarom ruGenu kietok [lypimaee m mocneayromeil rubean HeHpOHOB KOPLL H CTBOJA MO3Ta,
CRSIBAHHBIX ¢ MHOKECTBEHHBIMH cHHancaMu ¢ kneTkami [Typkunbe. I'nbens knerok Ilypkusbe npusoaut
K IENHOM peakiuy THOeH Hei{POHOR 110 BCEM OTJIEIAM HEPRHON CHCTEMAL.

Hamu nposenena npopepka gactoTsl amnencii resos UCP1 (rs141489068) u UCP3 (rs73715542)
cpemy GombabX CIIAL 1 MX 3T0POBBIX PONCTBEHHHKOB. Crrenuueckue SNP renos UCP1 u UCP3
AKYTOB HaM mobesso mpenoctasua npodeccop KemGpuaxckoro ymmsepewtera T. Kupmeuwnn. B
Pe3yIILTATe HCCASHOBAHMS IONYUeHE] AHHBIE, CBUIETEIECTRYIOWME 00 OTHOCHTEILHO BRICOKOM YPOBHC
HAKOTUIEEHs] TOMO3NroT o uszydaemomy amrento UCP3. TMonywennsie nanHble MO3BOJIAKOT JOMYCTHTH
cuemenue naroigoraueckorn TeHa CI[A1 ¢ amanTeBHBPIMH QUICIIAMH T€HOB BBIHOCIHBOCTH K
(H3HIECKAM HArPY3KaM.

3annagrpoBanLe paGoTHl 3Tana BLHIIOJHEHE! B MOMHOM 00Beme, OT4eT O NATCHTHOM HNOUCKE B
Ipanoenss. B HTOre IPOBENEHHBIX HCCIIEIOBAHUH 110.1y4eHbl IPOPRIBHEIC PE3YILTATHI 110 JICICHHIO
GonbHBIX CLIAL, co3iad cepbe3Hbli 3a/1en M0 BBIICHEHHIO NATOTCHCTHYECKHX MCXAHH3MOB PasBHTHA
sabonepanmsi. M3-3a coxpamenna (UHAHCHPOBAHHA TpoekTa Ha 20% He yAanocCk, BBUIOIHMT BCE

3ariIaHupoOBaHHbIC HCCIICIOBaHHA.




