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Crunonepebennsapnas atakcns 1 tuna (CIIA1) (OMIM 164400) oTHOCHTCS K TIOJIUIILY TAMHA-
HOBBIM 3a0oJieBaHusAM. [lo/1 TEPMUHOM <«ITOJTUTTy TAMIHOBBIE 3a00/I€BaHUA» OO0BEIUHSIOT OCO-
OYIO IPYTILY TS2KEeJIbIX Hellpo/iereHePATHBHBIX 00JIe3Hell, XapaKTepU3yIoNuXcs HaTuIueM JTUHa-
MHUYECKOI MyTaIliK - SKCIAHCUH TPUHYKJIEOTHIHBIX OBTOPOB nuTo3uH-ajeHuH-ryannd (CAG)
B KOJIUPYIOIMINX 00JIACTSAX COOTBETCTBYIOIIUX Te€HOB |1, 2|.

Hesp uccenoBanust: N3ydnTh KJIMHUIECKYIO xapakrtepuctuky 0obHbIX CIIA1 ¢ pasnoit
mmuoit CAG-11oBTOPOB.

Marepuasbr u merossr. [IpoBenén ananus kauamdeckoro tedenns CIIA1 cpemu GobHBIX
SIKYTCKOU TIOMYJISIIIANU 110 JIAHHBIM Perucrpa Hac/ie/ICTBeHHON 1 BpOXK iennoit narosiorun Memu-
KO-TeHeTndeckoro rnenrpa Pecrybmkanckoit 6osibauiiel Nel. Beibopky mcciieioBaHus coctaBu-
s 92 6opHbIX CIIA1 ¢ BBIpaXkeHHO# KIMHIIECKOH cuMiitoMaTukoii. ObcieoBaHHbIe OOJIbHBIE
OBLIN pa3Jie/leHbl Ha JIBe TPYIIBI HA OCHOBAHWY JIJTMHBI TOTUTTy TAMIHOBBIX CAG OBTOPOB My-
tanTHON ayutesn rena Ataxinl (ATXN1). B nepsyto rpynmny Brouniu 39 manueHTos ¢ 42-43,
a Bo BrOopyio - 53 mamuenta ¢ 49-50 CAG moBTopaMu COOTBETCTBEHHO.

Pesynbrare. Ha moMenT obciie/ioBanmst CpeIHUil BO3PACT MAIMEHTOB IIEPBOi IPYIIIBI COCTA~
Bt 45,3 Tosa, Bo BTopoii rpytirre 39,2 jier. Takum obpazom, 6osbable ¢ KOpoTKuM [ducyiom CAG
MIOBTOPOB 00cIeIyioTcd B Oojiee cTapiieMm Bo3pacte. B mepBoii rpyiiie 60JbHBIX CPpEJIHUN BO3-
pact manudecrarun cocrapua 39,1 jiet, Bo BTopoii - 29,8 jeT. MoKHO MPUATH K 3aK/TIOYEHUIO,
qTo y HocuTesiel MmyTanuu ¢ Koporkumu CAG nosropamu (42-43) KJIMHAYIECKHE CUMIITOMBI TIPO-
SIBJIIOTCS 3HAUUTEIHHO MT032Ke 110 CPABHEHHIO C HOCUTE/ISIMU GoJiee JIMHHBIX TOBTOPOB (49-50).
[Ipu anammse kimaIIeckoit KapTunbl 00/bHBIX CIIA1 ¢ KOPOTKMMU U JJIMHHBIMY TTOBTOPaMU
oTMeYaeTCsl TpeodIalaHe KIMHTIECKNX CUMIITOMOB y naruenToB ¢ quuHabiMu CAG moBTopa-
mu. Y 60abHBIX CIIA1 ¢ koporkumu CAG moBTOpaMu MBIIIIETHAST Y TOMJISEMOCTD BCTPEIAETCS B
35,8% cnyuaes, napymrenue noxoiaku - 66,7%, artakcus - 46,2%, nusaprpus - 66,7%, napymenue
nouepka y 23,1% nanuenros, mucdarus - 58,9%, odramasmorierns - 23,1%, HuKHuit napanapes
- 7,7% u rerpamapes - 10,3% cayuaes. Y 6oabnbix ¢ gquuaabiMu CAG moBTopaMy MblIIedHas
yTOMJIIEMOCTh coctasuia 47,2%, napymenue noxoaku - 81,1%, arakcus - 88,6 % u nusaprpus
- 86,8%, mapymenne nouepka - 56,6%, mucdarus - 69,8%, opransmonnerus - 35,8%, HuKHuii
napamnapes - 20,7% u Terpanapes - 28,3%.

BriBosibl. Takum o6pazom, y Gosnbabix CIIA1 ¢ pasHoii JIHHON TATOJIOIMIECKUX TOBTOPOB
KJIMHUYIECKasd KAPTUHA TedeHusi O0JIe3HN OTJIMIAeTCs 110 BO3PACTY MaHUMECTAINd U 10 TTPeod-
JIAJIAHUIO OCHOBHBIX KJIMHUYIECKUX CUMIITOMOB. Y MAIIMEHTOB C JITMHHBIMEU ITOBTOPAME ATAKCHS
1 HapyllleHne nmodepka B 2-2,5 pa3a dalle BCTpedaeTcs, YeM y TMaIllneHTOB ¢ KOPOTKUMHU TTOBTO-
pamu. Hukauit napamapes u rerparapes B 2,7 pas3 Jallle HOSABJSIOTC Y MAIIMEHTOB ¢ JJTNHHBIMI
MIOBTOPAMU.
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