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Bbicokas yacToTa BCTpeYaemocTu Ha Tepputopum Pecnybnnku Caxa ogHOM U3 Tak HasblBAEMbIX «SKYTCKMX» O0Ne3Heln — Muo-
TOHUYECKON ANCTPOdUM — NpUMBNEKAET BHUMAHME K U3YHEHUIO MOMEKYJIIPHBIX OCHOB €€ BO3HUKHOBEHWS. B paboTe aHanuaupyetcs
reHeTnyeckas BapnabesibHOCTb IOKYCa MUOTOHUHMPOTEnHKMHA3bl (DMPK) no cnekTpy pacnpeaeneHns TpuHykneotuaHbix (CTG) no-
BTOPOB B NONYAALMAX PA3SIMYHOr0 3THUYECKOrO MPOMCXOXAEHNS, NPOXMBAIOLMX Ha TeppuTopumn AkyTn, Cubnpu n Kuprnsmm (sky-
Thl, PYCCKME, XaHTbl, KeTbl, OYpsATHl 1 KMPruabl). [ng Kaxpoin uaydeHHow nonynsaumy 3adpuKCUPOBaHO OMpPeenéHHOe KONMMYeCTBO
TPMNNEToB. B nonynaumm akyToB HabnoaaeTca yHumoaansHoe pacnpeaenedme — annenam (CTG)q1.14 cocTaBunm 89%. Mokasartesb
reHeTn4yeckoro pasHoobpasus (He) Bapbupyet ot 0,7321 y akyToB 10 0,8403 y xaHToB. OxapakTep13oBaH ypoBEHb NOApa3aesEHHO-

ctv nonynsuuii no CTG-nosTopam (Fst M Rst ), paBHblid cOOTBETCTBEHHO 3,3% U 2,6%.
KntoyeBble cnoBa: reH MMOTOHUHMNPOTENHKNHASbI, TPUHYKIIEOTUAHBIE MOBTOPLI, NOAMMOPOU3M, NONYNSLMs

[To pe3yiapraTaM 3MUAEMHOJOTUUCCKIX MCCICIOBAHUM
B Pecnnybuke Caxa (SAkyrus) (PC (51)) BrIsIBIeHO HAaKOTLUIE-
HIE HEKOTOPBIX MOHOTEHHBIX 0OJIe3HEH B YMCIIO KOTOPHBIX
BXOIUT MMOTOHMYECKasi nucTtpodus I Tuma, Bo3HUKAIOLIAs
BCJIEACTBUE SKCIIAHCHUU TPUHYKJIEOAUIHBIX TIOBTOPOB B I'€HE
MUOTOHMHITPpOTeMHKKHA3bl (DMPK). MuotoHuyeckasi 1u-
crpopust (M, OMIM:160900) — ayrocOMHO-IOMWHAHT-
HOE MHOTOCHCTEMHOE 3a00JIeBaHHME, XapaKTepH3yIOIleecs
IIMPOKOM BaprabebHOCTbI0 MaHUMeCTallM — OT POXKIIE-
Hust 1o 60 et u crapiue [5], KIMHUYIECKUM ITOTUMOP(HU3-
MOM U BapbUPYIOILEH TSIXKECTbIOo TeueHHs. [1aBHbIe KIMHU-
YeCKHE MPOSIBIICHMS: MMOTOHHSI, MBIIIICUHAsT c1ab0CTh, Ka-
TapakTa, apUTMHHU cepaLa, oOnbpIceHue co ji0a, HapylIeHHas
TOJIEPAHTHOCTDb K IJIIOKO3€, YMCTBEHHAsI OTCTAJIOCTh.

BapuabenbHOCTh TpakTa TPUHYKJIEOTHIHBIX ITOBTOPOB
Brene DMPK wviccnenyeTcsl B pa3IMuHbIX MAPOBBIX TIOIYJIS -
usix [2—8]. EcTh maHHBIE 0 pacrpocTpaHEHHOCTH ajuieseit
CTG-moBTOPOB B MOMYJISIIKAX €BpOIeiicKoit yacTu Poccnm
(pycckue, yKpauHIbl, UHHO-YrOpcKWe momyasiuu Bog-
ro-Ypanbckoro peruonHa). Hacrosiuee ncciaenoBanue ObLIO
HAIpaBJICHO Ha M3YYeHMUE TCHETUYECKON BapralelbHOCTh
nokyca DMPK B momyisiuysx pasiuyHOTO 3THHYECKOTO
TIPOMCXOKACHMS, MPOXMBAIONIUX Ha TeppuTopun SAKyTuu,
Cubupu u Kuprusun.

B uccnenosanum 6bUIM UCoIb30BaHbl 00pasubl JHK ko-
PEHHBIX XXUTeNel SIKyTuu, MpOXUBAIOLIMX B TPEX 3THOreOrpa-
ryeckux paitonax PC (5): LieHTpasibHOM, BUIIOICKOM U ce-
BepHOM (139 yen.). 3ananHast 1 Bocrounasi Cubuphb rpeacras-
neHa OypstamMud U3 I.YnaH-Yo3 u noc. Xypomiua (95 vein.)
(bypsitust), pycckumu (97 yen.) uz Tomckoi obnactu, XaHTa-
Mmu (95 yven.) u3 mepeBHn Pycckunckass Cypryrckoro paiioHa
XaHTbhI-MaHCHITCKOr0 aBTOHOMHOTO OKpyTa, KeTamu (32 gen.)
n3 noc. Kemror (Typyxanckuii paiion KpacHosipckoro kpast);
CpenHsia A3us IpeAcTaBlieHa FOXKHBIMY KUprusaMu u3 1.0 u
ceBepHBIMU Kuprusamu u3 noc. Kereter (96 vesn.) (Pecry6im-
ka Keipreictan). 3abop Onosornyeckoro mMarepyana (BEHO3-
HOM KpOBM) TMPOU3BOAWIN TOC/TE MEIUIIMHCKOTO OCMOTpA
¢ 00s13aTeNIbHBIM MTMCbMEHHBIM MH(POPMUPOBAHHBIM COTIaCH-~
€M Ha TPOBeeHKE UCCIICIOBAHMSI. DTHUYECKAs] TIPUHALIEK-
HOCTh MHAMBUA YUUTHIBATACH IO TPETHETO MOKOICHUSI.

B paboTre NMpUMEHSIMCh COBPEMEHHBIE MOJICKY/ISIPHO-Te-
HeTHYEeCKHE METONBI: BhimeneHue M tummposanue JAHK; ne-
tekiusa CTG-OBTOPOB METOIOM KAMMJUISIPHOIO Ie/Ib-2JICKT-
podopeza B IEHATYPHPYIOLIMX YCIOBMSIX Ha I€HETUYECKOM
aHaynmzaTope ABI PRISM 3130 x1, ucrons3yst craHIapTEI [UTH-
Hbl ¢parmenTtoB GeneScan-500 TAMRA. Ananus pasmepa
(bparMeHTOB ¥ reHOTUITMPOBAHKE IIPOBOAMIN C KCIIOIb30Ba-
HMeM IporpaMMHoro obecrieueHus: GeneScan Analysis.

* B cTaThe MCIIOIb30BAHbBI PE3y/IbTaThl, IONyYeHHbIE B paMKax IIporpammbl «Hayunsiii ¢donn uM. 1.1, MenneneeBa ToMCKOro rocymaper-
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Beina mpoananmaupoBaHa BapuabdensHocTe C7'G-TI0BTO-
POB B LIEHTPOMEPHOI 00acTu reHa DMPK B 111eCTU U3YyUYEH-
HBIX TIOMYJISILMOHHBIX BHIGOPKAX (SIKYTHI, KETBI, PYCCKIUE,
KUPru3bl, OypsIThI, XaHThI). YacTOThl ajjiesieil B IIECTH UC-
clenoBaHHbBIX onyasiusax no C7TG-nosropaM B reHe DMPK
npencTapieHbl B Tabnuie. [IpakTnyeckn BO BCeX MOIMYISLIN-
X pacrpeneieHHe YacTOT TeHOTUIIOB COOTBETCTBYET PABHO-
Becuio Xapau—BaitHOepra (caBur paBHOBeCHUs HAOMIOIAETCS
JINIIL B TTOMYJASILIUKA KETOB, YTO MOXHO OOBSICHUTH JpeiihoMm
I€HOB MJIM MaJIOM YMCJICHHOCTBIO BHIOOPKH).

B wectu nonynsiuusix 6uw10 HaiineHo ot 8 no 17 anenib-
HBIX BapraHTOB jJiokyca DMPK. Ouu coxepxaiu oT 3 1o
28 CTG-MOTUBOB, cneUMUUHBIX IS KaXI0it Tpyrmnsl. Bo
BCEX TMOMYJISILUSX Yallle BCEro HalOIIoOaIUCh ayiesu, Hecy-

mue 11, 12 u 13 (y siIKyToB, OypsIT, XaHTOB, KMPTM30B U Ke-
TOB) 1 5 (Y PYCCKMX) TTOBTOPOB, HO YaCTOThI 3TUX [TOBTOPOB
IUISL KaXKIOM MONMyMsIiiy ObLTM UHIUBUAYaTbHBI. MHTEpec-
Ho, yto autedb (CTG)s xapakTepeH ISl PYCCKOM ITOIyJis-
MM (KaK eMIMHCTBeHHOM U3 1EeCTH, Hecylllel B CBOEM TeHO-
doHae OOJBLIYIO O EBPOMEOMIHOIO KOMIIOHEHTA).
OcTanbHBle AT TTOYJISINI, SIBISIONIECS B OOJIbIIEH cTe-
MEHX MOHTOJOMAHBIMU, XapaKTepU3YIOTCs  aJlIesisiMU
(CTG) .12, UTO XOPOLIO COIIACYETCS C NAHHBIMU JIUTEpaTy-
PbI, TEMOHCTPUPYIOIINMHA OMM3KWE 3HAYEHMS IO YacTOTe
noaumMopduizma CTG-noBTOPOB B MOMYJISILIMSIX, UMEHOIIUX
pasIMYHOe OTHUYecKoe mnpoucxoxaeHue. Tak, Ilomo-
Boit C.H. u np. [12] 661 moKa3aH psia pa3iuuuii B CIIEKTPax
AJUICbHBIX YACTOT M3YYCHHBIX TPEX ICHOB (B TOM 4HCIE U

YacToTbl anneneii, reTepo3nroTHOCTb U TECT COOTBETCTBUSA paBHoBecuio Xapan—BanH6epra feome
B MccnepoBaHHbiX Bbibopkax no CTG-noBTopam B reHe DMPK
Wcenenyemble rpynnel
AKYThI Pycckue Kuprussl BypsaThl XaHTbl © KeTthbl
(N =139) (N =97) (N = 96) (N = 95) (N = 95) (N =32)
Annenn YacToTbl annenein
3 0,016
4 0,025 0,063 0,053
5 0,022 0,345 0,198 0,163 0,153 0,156
6 0,005 0,005
7 0,004 0,005
8 0,010 0,005
9 0,016 0,010 0,053 0,011 0,016
10 0,072 0,088 0,146 0,09 0,100 0,345
11 0,317 0,180 0,224 0,279 0,247 0,125
12 0,389 0,119 0,245 0,200 0,242, 0,188
13 0,112 0,103 0,063 0,063 0,079 0,109
14 0,004 0,026 0,016 0,005 0,005
15 0,021 0,031 0,005 0,011
16 0,010 0,026 0,021
17 0,005
18 0,011
19 0,007 0,016 0,005 0,011
20 0,007 0,016 0,005 0,031
21 0,007 0,031 0,005 0,016 0,031
22 0,007 0,016 0,016
23 0,022 0,026 0,016 0,026
24 0,005 0,005 0,005
25 0,005
27 0,007
28 0,005
Oxunpaemasi retepo3mrotTHocTb (He) 0,73205 0,81652 0,82793 0,83982 0,84027 0,80506
OTknoHeHune X-B (P) P>0,05 P>0,05 P>0,05 P>0,05 \ P>0,05 P<0,05
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DMPK) Mexny pasHbIMUA TIOTIYJSILUSIMU. Y PYCCKUX, KaK U
B IIPEICTABICHHOM MCCJISIOBAHNH, Yallle BCETO Habmonaics
amens (CTG)s, y sikyroB — awienu (CTG);.12.13. bauskue
K JaHHBIM JIUTEPATyphl 3HAUEHUs] HAOMIONANNCEH B TIOMYJIsI-
yn oypsat — aro ayuteau ¢ 13,12 u 5 CTG-nosropamu (110
HalMM JaHHbIM — awtenu ¢ 11,12 u 5 CTG-noBropamu).
C yBeIMYEHUEM JIOJIM MOHTOJIOUAHOTO KOMIIOHEHTa MOBBI-
wagack yacrora Berpedaemoctu auienei (CTG) .. Pac-
npeneneHre CTG-moBTOpoB, mMOMOOHOE  OMMCAHHOMY
B JAHHOM MKCCJIEIOBAHUM, OBUIO NPOAEMOHCTPUPOBAHO
B IOMIy/IAUMaX Bojro-Ypamsckoro perdona [6], a Takke
B 3aI1aJIHOEBPOTECKIX MOMyIISIUsX [4], U y XXuTenen cese-
po-3ananHoro peruona Poccuu [1]. Bee miects M3y4eHHBIX
HOMYIAINA TTPOIEMOHCTPUPOBATN YPOBEHb M€ HETUYECKOTO
pasHoobpasus (He) — ot 0,7321 y sikyroB no 0,8403 y xaH-
toB. IIpn aHamM3e YPOBHS MOAPa3AEAEHHOCTH 00CIeN0BaH-
HeIX nonyasuuii mo CTG-noBropaM 06U 3aUKCUPOBAHBI
3HayeHus reHetnyeckoi guddepenunaunu Fst u Ry, pas-
Heie 0,0334 1 0,0262 COOTBETCTBEHHO.

[Monynsumsi IKYTOB BBIACISIETCS M3 BCEX MCCIENOBAH-
HBIX TTOMYJISIIUE Gy1aromaps OCOOEHHOCTU PACIIPENEIEHMS
gactor ayteneit CTG-mOBTOPOB, KOTOPOE MOXET OBITh
0XapaKTepU30BaHO KaK YHUMOJAIbHOE. AJUIEIH, COnepXKa-
mye or 11 no 14 mosropos, cocraBisioT 89%, Torma Kak
B 00JIBLIMHCTBE MOMyIsuuilt Mupa jokyc DMPK vmeeT, kak
npaBuio, OuMomanbHoe pacnpeaenacHue. CriekTp pacmpe-
IelaeHUs MTOBTOPOB XOPOLLUO COrjacyeTcsl ¢ paHee Omyonu-
KOBaHHBIMU JaHHBIMU [7]. [1o TaHHBIM JIUTEPATypPHI, CXO-
Kee 10 XapakTepy pacripelesieHe 4acToT anseneil ooHapy-
JKEHO TaKKe ¥ B MOMYJISILIMU MUIITEKOB — KOPEHHBIX XU-
texeir Mekcuku [10]. Yacrora amnens (CTG)s, mmpoko
pPacmpoCTPaHEHHOTO B €BPOMEHCKUX MONMYJSIUUAX, Y AKY-
TOB cocTaBuia Beero 3—5%.

B psme apyrux pabGoT OTeUecTBEHHBIX M MHOCTPAaHHBIX
aBTOPOB TaKXe MCCICOYIOTCSI YaCTOThI TPUHYKJIEOTUIHBIX
CTG-nioBTOpoB B reHe DMPK B pasiMyHBIX 3THUUYECKMUX
rpymmax. Tak, B pabore Culikovic u mp. [14] oueHuBanach
yacToTa 3aboieBaemMocTi MJI M mrama3oH HOpMabHbIX aJi-
neneil B 300poBOM torociaaBckoil monyasuuu. Cpemu 235
3M0POBBIX MHAMBUIOB ObLIO HalineHo 22 ajens, conepxa-
mux ot 5 10 29 CTG-MOTHBOB, M3 KOTOPBIX HanboJiee 4acTo
perpedayinch amiean (CTG)s.q1-12-13, YTO XapaKTEPHO IS
€BPOIEOMIOB U MOJTHOCTBIO MOATBEPKIAETCS JaHHBIMU Ha-
CTOSILErO MCCIeAoBaHUs. B 210l Xe pabore Habmiomanach
OTHOCHUTEJIPHO BBICOKAS YaCTOTA «IJIMHHBIX» HOPMAaTBHBIX
amneneil. Tak HaseiBaeMble «utmHHbIE amtenn» (CTG)qg.g,
KaK BUIHO M3 TAaOJUIIBI, TAKKE IMPUCYTCTBYIOT BO BCEX U3Y-
YeHHBIX MOMYJIALIMSIX HAIlEro MCCIeN0BaHusl, HO MX 4acTo-
THI 04eHb He3HauuTeabHbI (0T 0,005 no 0,031), uyTo cornacy-
eTCq C JAaHHBIMU JIUTEPATYPhl, TIOKA3aHHBIMU B 3aMagHOEB-
POIIEHCKUX TIOMYJISIIIMSIX M B MONYJsiusix Bonro-Ypaibscko-
ro peruioHa [6, 14]. IIpoBenEHHOE UCCACIOBAHUE XEHIIMH
neroponHoro Bo3pacta (N = 2489) B kopelCKOI MOMyJSILUU
[16] mpomeMOHCTPHUPOBATIO BBHICOKYIO YaCTOTY ajliesielt, He-
cymux 12 u 13 noBropoB (0,284 u 0,209 coOTBETCTBEHHO).
B ucciaenosanuu A.JI. CyxomscoBoii [9] ObLIO MOKa3aHo,

y1o cTpykTypa CTG-MOBTOPOB B MOMYJISIIIMU SIKYTOB CBUC-
TENBCTBYET 00 WX YHUMOJAJIBHOM paclpeneieHuu. Pesynnb-
TaThl HAILIETO CPABHUTENBHOTO MCCIEN0BaHusl Ha Gosee 00-
IIMPHOI BBIOOPKE, COCTOSILIEN M3 HECKOJbKUX MOMYJSILM-
OHHBIX TPYIII, TOATBEPXKAAIOT 3TO.

Taxum o0pazoM, B paboTe ObUIM OXapaKTePU30BAHBI
mectsb nonyisauuit mo crekrpy CTG-anneneit rena DMPK.
Jnsa xaxmoil momynsuuyd 3a@UKCHUpOBaHO OIPeneEHHOE
xonmyectBO CTG-moBTOPOB, BCTPEUAOIIUXCS C MaKCU-
MaJIbHOM YacToToi. B momyndiuum sKyTOB HaOIIOmaeTCst
yauMonanbHoe pacnpeneaenue — amienn (CTG)yj 14 co-
cTaBIsAlOT  89%. OxapakTepu30BaH YPOBEHb IOAPA3-
nenéHHocTH nonysiiuil mo CTG-mnoBTopam.
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High frequency one of the «Yakut» diseases Myotonic Dystrophy (MD) draws the attention to the study of molecular basis of rise it.
In this study the genetic variability of (CTG)-repeats in myotonic dystrophy protein kinase (DMPK) gene was analyzed in populations of
different ethnic origin (Yakut, Russian, Khanty, Kets, Buryats and Kyrgyz). Specific alleles containing definite number of trinucleotide
repeats were found for each population. In Yakut population unimodal distribution of alleles was observed. The (CTG)11.14 alleles were
89%. Value of heterozygosity in all populations are close to each other. The level of genetic differentiation of populations was 3,3%

(Fst) and 2,6% (Rsr).

Key words: gene miotoninproteinkinazy, trinucleotide repeats polymorphism, population
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