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BBepenme. CnuHouepebennapHble atakcum (CLA) - rpynna HacnepcteH-
HbiX 3a60NneBaHW HEPBHOW CUCTEMbI, XapaKTEPU3YIOLMXCA NPOrpeccupylowmm
HapyLleHnemM KOOPAUHATOPHbIX QYHKLUUA, @ TaKkKe LWMPOKUM KIWHUYECKUM No-
numopduamMoM. 3Tn ocobeHHOCT 06yCNaBNNBAIOT CIOXKHOCTU KIIMHWYECKOoW ana-
rHOCTUKM U onpepaeneHne KOHKpeTHbix TunoB CLIA. MonekynsapHo-reHeTuyeckoe
TeCTUPOBaHWe ABNAETCA He3aMEHUMbIM METOAOM B TOUHOW naeHTudmnkauum CLA,
a Takxe npuv npoeeaeHnn auddepeHumanbHON ANarHOCTUKN B CNOXHBIX CNyYasiX.

Llens uccnepgoBaHuA: n3yyeHvne pesynbTaToB MOSIEKYNAPHO-TeHeTUYeckomn
ANarHOCTUKKN NaumneHToB ¢ Hanuyumem CLIA.

Marepuanbi n metogbl. bbino o6cnegosaHo 43 naumeHTa C KNIMHUYECKU An-
arHoctupoBaHHbiMn CLIA, KOTOpble HaxoAWUANCb Ha CTauMOHAPHOM JleyYeHUn
8 PHMLU HeBponoruu n Henpoxupyprum 8 2013-2015 rr. lMposBogmnn KNMHNKO-He-
Bponoruyeckoe ob6cneaoBaHune, CTeneHb BbIPaXXeHHOCTN KOOPANHATOPHbBIX Hapy-
WweHun oueHmBanu npu nomolym wkan CAPA n UKAP. MonekynapHo-reHeTuyeckum
aHanu3 CUA 1-ro un 2-ro Tunoe - onpegeneHune konuyectsa CAG-NOBTOPOB B reHax
ATXN1 (6p23) n ATXN2 (12924) - ocywectenanu metofom [MLP ¢ nocnepyowmnm
NONMXPOMHbIM Na3epPHbIM CKaHMPOBAHNEM.

Pe3synbrathl u 06cyxaenne. [pynny o6cnegosaHHbIx nauneHTos ¢ CLIA co-
cTaBunu 43 yenoseka (19 MyXunH 1 24 XeHLMHbI) B BO3pacTe oT 25 ao 66 net
(43,316,1), BO3pacT Hayana 3abonesaHus — oT 5 po 64 nert (35,3+7,4). OTAroweH-
HbI HacNeACTBEHHbIA aHamMHe3 BbifBNeH y 20 (47%) yenosek. Y ob6cnepoBaHHbIX
NauuveHTOB B KIMHWYECKON KapTMHE OTMeYanocb nporpeccupyioliee paccTpon-
CTBO KOOPAMHATOPHbIX GYHKLMIA, @ TaKkKe CUMNTOMbI BOBJIEYEHUA APYrUX OTAEN0B
HepBHOW cuctembl. CTeneHb BbIPaXK€HHOCTN KOOPANHATOPHbIX HapyLUEHWUN C yye-
ToMm wKanbl MKAP coctaBuna 44,316,5, no wkane CAPA - 15,4+3,1.

3aknioyeHmne. B pesynbtate npoBefeHHON MONEKYyNAPHO-reHeTUYeCKon
ANArHOCTUKN MyTauum B reHax CLIA 1-ro n 2-ro TvnoB 6binn o6Hapy»KeHbl BCErO
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y 7 (16%) yenosek. MyTtaunmn CLIA 1-ro Tuna onpepgenexsb! y 3 (7%) nauneHTOB; KO-
nuuecteo CAG-NOBTOPOB B MyTaHTHOM annene coctasuno ot 38 go 41 (Hopmanb-
Hble annenu — meHbwe 37 nosTopoB). MyTaumn CL{A-ro Tuna onpegeneHs! y 4 (9%)
nauneHTos ¢ Konuyecteom CAG-nosTtopoB oT 34 go 40 (HopmanbHble annenn —
MeHbLwe 32 NOBTOPOB).

MauuneHTbl C 06HaPYXEHHbIMU MYTaLMAMK: 7 YenoBeK B Bo3pacte 28-62 net
(42,6+7,1); BO3pacT Hauana 3aboneeaHua 16-52 (35,6+4,2) roga. OTAroueHHbIN
HacneAcCTBeHHbIW aHaMHe3 onpeaeneH y 6 (14%). CTeneHb BbipaXeHHOCTN Koop-
AVHATOPHbLIX HapyLWeHWW y 3TUX MauneHToB ¢ yyeTom wkanbl MKAP coctaBuna
43+5,7, no wkane CAPA - 14,1+2,8. Tpu cpaBHEHWN MONYYEHHbIX AAHHbIX C Pe3ynb-
TaTamMy NCCNefoBaHNA OCHOBHOW FPyNMbl pasnuuyA CTaTUCTUYECKN HE 3HaUUMb,
p>0,05.

Takum obpa3om, B pesynbrate npoBegeHHoro obcnegosaHma 43 naymeHToB
c Hannumem CLLA y 7 (16%) yenosek ycTaHosneHbl myTaumun CLUA 1-ro n 2-ro Tvnos.
CreneHb BbIpaXXEHHOCTUN KOOPAWHATOPHbIX HAPYLWIEHWNIA Y 3TUX MALNEHTOB MPU UC-
cnepgoBaHum no wkanam CAPA n MKAP He oTnyanacb OT aHanormyHbix nokasare-
nen ocHoBHoOM rpynnobl (p>0,05).

MNpoBefeHHOe WCCNeAOBaHWE MOATBEPAWIO W3BECTHYKD obpaTHylo 3aBUCU-
MOCTb BO3pacTa Hauyana 3abo/ieBaHWA OT BeNUUUHbI 3KcnaHcmm CAG-nosTopoB
B reHax ATXN1 n ATXN2 y o6cnegoBaHHbIX MaLMEHTOB.
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