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Pecny6nuka Caxa (IKyTvs) ABNAETCA OQHUM M3 KPYMHEWLLINX OYaroB HaKoMIeHUa cnmHouepebennAapHon atakcum 1 Tuna B mupe.
B 1997 ropy nokasatenb pacnpoctpaHéHHocTn CLIAT cpean AKkyToB cocTaBnaAn 35 cnyyaes Ha 100000 HaceneHus, a B HacTosLlee
BPEeMs aHHbI NoKa3aTesib BO3POcC Ao 77,6 ciyyaes. 3HauMTeNbHbIN MPUPOCT NoKasaTtesnen pacnpoctpaHéHHocTn CLIAT MoxeT ObITb
00ODBACHEH BHEAPEHVEM CUCTEMbI YUYETA CEMEWHbIX CJTyYaeB N COBPEMEHHBIX MOJIEKYNIAPHO-TEHETUYECKMX METOLOB ANArHOCTVKM
myTauun. C Apyroi CTOPOHbI, pe3ynbTaTbl MOHUTOPVHIA CBUAETENbCTBYIOT O MPOAOKAIOLEMCA HAKOMIEHNN MyTaLUn B AKYTCKOW
nonynauyun. Kpome Toro, yCTaHOBNIEHO pacLUMPEHMe rPaHUL, M3BECTHbIX reorpaduyeckmx o4aroB HaKoMIEeHUA MyTauun U CAenaHo

npennosioXeHre o NoNynsALMOHHON HEOOHOPOAHOCTM HocuTeneln myTauun no unciy CAG noBTopos.
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The Republic of Sakha (Yakutia) is one of the largest centers of accumulation of type 1 spinocerebellar ataxia in the world. In 1997,
the prevalence of the SCA1 mutation among Yakuts was 35 cases per 100,000 population, and now this indicator has increased to
77.6 cases. A significant increase in the prevalence rates of SCA1 can be explained by the introduction of a family case accounting
system and modern molecular genetic methods for the diagnosis of mutations. On the other hand, the monitoring results indicate
the ongoing accumulation of mutations in the Yakut population. In addition, it was found that the boundaries of the known geo-
graphical centers of mutation accumulation were expanded and an assumption was made about the population heterogeneity of
mutation carriers by the number of CAG repeats.
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ecnyonuka Caxa (JAkytus) nmpuszHaHa omHUM U3  craBisia 35 ciaydaeB Ha 100000 HaceneHus. B HacTosiimii
KPYITHBIX OYAroB HAKOIUICHUS CIIMHOLIEpEOe/UISIp- MOMEHT 3aperucTpupoBaHo 376 OOIbHBIX, YTO COOTBET-
Hoii aTakcuu repBoro tuma (CLIA1) B mupe [1]. B ctByer 77,6 ciiydasm Ha 100000 sIKyTCKOro HaceJaeHMs, TOr-

1997 rony pacnipoctpanéHHOCTb CLIA1 cpenu sIKyTOB co-  J1a KaK B OOIIIEMUPOBOI MOMYJISILIMK PaCIIPOCTPaHEHHOCTh
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KPATKWE COOBLLEHNA

CIIMHOLIEPEOEIISIPHBIX aTaKCUI HAaXOAUTCSI HA YPOBHE
1—4 ciyyast Ha 100000 uenoBexk [2]. Beero 3apeructpupo-
BaHO 532 HOCUTEJI MyTallMU, U3 HUX 85 TTpecUMITTOMATH-
yecknx HocuTeeil u 71 ymepumit. CToinb 3HAYUTETLHBIN
npupoct pacipoctpaHéHHOcTH CLIA1 MOXeT OBITh 00BSIC-
HEH BHEIPEHNEM B KIMHUYECKYIO MTPAKTUKY CUCTEMbI YUé-
Ta CEMENMHBIX CIy4aeB U MOJIEKYJISIPHO-TEeHETUYECKUX Me-
TOJOB AUArHOCTUKU. BhicOKast momyasiuMoHHas yacToTa
BcTpeuaeMocTu Mytaunu CLIA1 cBUmeTeIbCTBYET 00 aKTy-
ATBPHOCTHU STUAEMHUOJIOTUIECKIX UCCIIEIOBaHMI B SIKyTHN.

Iexb: coBepIICcHCTBOBAHUE METOIOB MEIMKO-TeHETH -
yecKoil KoHcyabTauuu 00bHbIX CLIAI ¢ yuéToM OCHOB-
HBIX MOMYJISIMOHHBIX XapaKTEPUCTUK PacIpoOCTpaHEHHO-
CTU MYTallMU B perMOHE UCClIeIOBaHMSI.

B 3amauu pa®oThl ObLIM BKJIIOYEHBI U3yUYEHUE reorpa-
(buu pacripocTpaHeHUSI MyTalliK, YCTAHOBJICHHUE TTOJIOBO3-
pacTHOM CTPYKTYPbl HOCUTEJIEN U ONpENeICHUE I1apaMe-
TPOB BapuabeJbHOCTU JJIMHBI TPUHYKJICOTUIHBIX LIUTO-
3uH-aneHuH-TyaHuH (CAG) MOBTOPOB MyTaHTHOM aJlieu
reHa CLHA1 B SIKyTCKOU MOMYJSILIUM.

Ma'repvlanbl n metoabl

MarepwnaioM McciieTOBaHMS TTOCTYXXIIN TaHHBIC pe-
ructpa Meanuko-reHeTuyeckoro eHtpa PecnybiukaH-
cKoii 6obHULBI No 1 — HalimoHanbHBIH HEHTP MEAULIMHBI
o MmoHutopuHry CLIA1 3a 20 netHuii nepuon. Ctatuctu-
YeCKUI aHAJIN3 JaHHBIX ITPOBEAEH C TIOMOIIBIO TTPOTpaMM
Epi Info 7 Bepcun u IBM SPSS Statistics 23 Bepcuu. Mc-
TIOJIb30BaHBI METOOBI OITMCATEIFHOM CTATUCTUKYN U Kja-
CTepHOro aHanu3a MmetonoM K-cpemHux.

Pe3ynbrathbl U 06CyXaeHNe

Haxkomenune myraimu CLIA1 nporicxoaut B 3 OCHOB-
HbIX ouarax — CeBepHoOM (0OacceiiH HUXKHEro TeYeHUs p.
Wunurupka), LHentpaibHom (JIeHo-AngaHcKoe MeXIype-
ybe) 1 FOro-3anagHom (bacceitH BepxHUX TeueHuit pek Bu-
moit u JIeHa). YcTaHoBieHO pacimmpenne Tpanun CeBep-
Horo 1 FOro-3amagHoro o4aroB MyTaluu 3a CYET BhISIBIIC-
HUSI CJTydaeB HOCUTEJNIbCTBA 3aMagHee U CEBEpHEe OT paHee
YCTaHOBJIEHHBIX rpaHull. HoBble eMMHUYHbIE CTyYau HO-
CUTEJIbCTBA MYTallMM PETMCTPUPYIOTCS M B I0KHBIX paiio-
Hax pecnyoauku. B LleHTpanbHOM ouare mpoaokaeT BO3-
pacTaTb YMCIIO HOCHUTEIel MyTari. BoIbIIMHCTBO HOCHTE-
JIel TIPOKMBAET B CEIBCKOM MeCTHOCTH (64%), a B ropomax
— 36%. B HacTosi1iee BpeMsi KPYITHEHIIMM 04aroM Hako-
TUIEHUSI MyTallMM CTAHOBUTCS ropofd AKyTcK. 31ech Mpo-
xkuBaeT 29,7% ot 0011ero yncia Hocureseil. Bropoe me-
CTO I10 YMCITy KOMITAKTHO MPOKUBAIOIINX HOCUTEIIEH 3aHU -
MaeT AGbiiickuii yiyc (11,1%), TpeTbe — YCcTh-ANnaHCKUI
(9,1%). B HiopouHckoM u JIeHCKOM yiycax IpoXuBa-
10T 6,2% 1 5,3% HocuTeseil COOTBETCTBEHHO. B yKkazaH-
HBIX aIMUHUCTPATUBHBIX palfoHaX B OOIIEi CIOXHOCTHU

npoxuBaet 61,3% Hocuteneil MyralLuu, a ocTanbHble 38,7%
HocuTeNel pacnpenesaeHsl o 28 yiaycam pecryoauku. Oc-
HOBHBIM 3THOCOM, TTOpa>kaeMbIM JaHHBIM HACJICICTBEHHBIM
3aboseBaHueM, SIBISTIOTCS IKYTHI (97 % ). OctanbHble 3% Ho-
CUTeJICH MyTallui — 3BEHBI, 9BEHKH, a TAKXKe OYPSITHI U pyC-
CKUe, MTOCTOSTHHO MPOKMBAIOLIME HA TEPPUTOPUM SKYyTUM.
B cTpykType HocHTe el MyTaluu 110 TI0JIOBOM TIPUHAIEK -
HOCTH XEHIIMHBI COCTABIISTIOT OTHOCUTEILHOE OOJIBIITIH-
CTBO, 2 MY>XYMHBI TIPEACTABICHBI B MCHBIIICH CTCIICHU —
60,5 1 39,5% COOTBETCTBEHHO.

PesynbTarhl nccienoBaHMs BO3PACTHOM CTPYKTYPHI HO-
CUTEJIEW MOKA3aJIv, YTO MEeIMaHa BO3pacTa HOCUTENIEN CO-
cTaBJisieT 43 rofa ¢ COOTBETCTBYIOLIUMU 25-M U 75-M mep-
ueHtwisMu — 33,3 roga u 55,0 iet. Cpeau HocuTenei MmyTa-
i MearaHa arcia CAG moBTOpOB HOPMAJIBLHOTO aJUIe]IsT
cocraBmia 29 (25-i nepueHTwIb — 27,0 m 75-i1 — 30,0),
a MyTraHTHOro — 46 (42,5 u 49,0). Yucio CAG noBTOpoB
MYTaHTHOTI'O ajuleJisl BapbUPYeT B LIMPOKUX Tpeaenax —
oT 39 1o 64. BapuabebHOCTb MyTAHTHOT'O aJIJIENsT XapaK-
Tepu3yeTcs OOJIBIINM 3HaUYCHHEM TUCIIEPCHUM, BIBOE TIpe-
BBIIIAIOIIM TaKOBYIO HOpMaJbHOI ayutenn — 17,9 u 8,4
COOTBETCTBEHHO. BrIicokas BapnabdenbHocTh ynciia CAG 1o-
BTOPOB MYTAaHTHOT'O aJIJIeJISI CBUIETEIbCTBYET O HEOTHOPOI-
HOCTU IaHHOTO MapaMeTpa B SIKyTCKOM MOMYJISILIMU 1 TIOKa-
3BIBAaCT Ha BOBMOXKHOCTB CYIIIECTBOBAHMS OTIEITBHBIX TPYITIT
Hocuresel, ommyaoriuxcs no yuciay CAG MoBTOpOB.

C 11eI1bI0 TTOMCKa TTOATPYIII HOCUTEIEH ¢ pa3HBIMU 3HA-
yerusMU yrciia CAG ITOBTOPOB HCITOJIb30BAIN KJIACTEPHBIN
aHanu3 MetonoM K-cpeanux. I1o pesyabrataM KjacTepHOro
aHaJM3a YCTAaHOBJIEHO HAJTMYKE ABYX KJIACTepOB (TPYITN) HO-
cureneit mytauuu CLIA1 yucnernHoctbio B 215 1 270 yeno-
BeK co cpenHUMHU 3HaueHnsIMHU urciia CAG IMOBTOPOB paB-
HeIMU 49,8 1 42,7 cooTBeTcTBeHHO. CpaBHEHME CPeIHUX
3HAYCHUI YMCIa TOBTOPOB B YKA3aHHBIX ITOATPYITITAX C IT0-
MOIIbIO OMTHO(GAKTOPHOTO IUCIIEPCUOHHOIO aHAIM3a T0-
KazaJio UX CTaTUCTUYEeCKU 3HaunMble pazauuus (p=0,000).
[Tpu aTOM crienyeT oTMeTUTh, uTo yncao CAG MoBTOPOB My-
taHTHOTrO ayenst reHa CLIAI siBisieTcss OCHOBHOI Xapak-
TEPUCTUKON TaHHON MATOJIOTUHU, OIIPEeIeISTIONIeii BO3pacT
MaHM(beCTalny U KIMHUIECKYIO TSLKECTh 3a001eBaHu [ 3].

Takum o6pa3oM, B IKYTCKOI1 IMOMYISILIMKA MOTYT CYIIE-
CTBOBaTh KOropthl Hocutesei Mmytauuu CLIA1, 3ameTHO
OTJIMYAIONINECS KaK 110 BO3PaCTy KIMHUYECKOW MaHKbe-
CTallMU, TaK U MO TSHKECTU KIIMHUYECKOTO TeUCHMST TaH-
HOW HACJIE€ACTBEHHOM MaTOJOTHU.
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