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Hccnenosan noauMop@usM IByX OJHOHYKJIEOTHIHBIX JIOKYcoB rs2238296 (T/C) u rs758130 (T/C) rena
mutoxonapuanbnoit JHK-noanmepass: Y (POLGI) y iHAMBHIOB Pa3IMYHOTIO 3THOPACOBOTO NMPOUCXOXK-
mennsi (y PyCCKHX W OypsT) ¢ M3BECTHHIMH reHOTHNAMH MAKpocare;umTHOro CAG-nmoBropa 3Toro rena.
OGHapyKeHO, YTO aJlIeJI € YHCIIOM NIOBTOPOB, He paBHbIM 10, 3HAYNTEIHHO Yalle HAGII0AAI0TCS B COCTA-
Be rawiormna TT, wem CC. Pe3yapraThl (pIIIOT€HETHIECKOT0 AHAIIN3A HYKJIE€OTHTHBIX MOCIET0BATEIHHO-
creil uaTpoHa 2 rena POLGI y yenoBeka M IIMMIIAH3€ NOKA3aJIH, YTO 00Jiee reTeporeHHblii B OTHOLIEHUH
nommmopguzma CAG-nosropa ramnorun TT sBasiercs 6oee MmoonpM B cpasHennu ¢ ramioranom CC.
IMony4yeHHnble faHHbIE MOTYT OBITH MCHOJIB30BAaHbI IS JATbHEHIINX HCCIEOBAHMI CBSI3H MEXAY NOJIH-
Mop¢puzmom CAG-noBropa rena POLGI n MyXCKAM Gecriioguem.

Karouesvte caosa: muroxomapuanbuasa JHK-nomvepasa y (POLGI) yenoBeka, MUKpOCaTeIUINTHAS He-
CTa0MJIBHOCTD, AHAIIN3 CHEIIeHHs], NONYJ/ISIIMOHHBIA NOIUMOopdhu3M.

DIFFERENT INSTABILITY OF MICROSATELLITE CAG REPEAT IN TWO GROUPS OF HAP-
LOTYPES OF THE HUMAN MITOCHONDRIAL y-DNA-POLYMERASE GENE, by B. A. Ma-
lyarchuk*, M. A. Perkova, M. V. Derenko (Institute of Biological Problems of the North, Far-Eastern Di-
vision, Russian Academy of Sciences, Magadan, 685000 Russia; *e-mail: malyarchuk@ibpn.ru). Poly-
morphism of two single nucleotide loci rs758130 (T/C) and rs2238296 (T/C) of mitochondrial DNA-
polymerase gamma (POLGI) gene has been studied in individuals of different ethnoracial ancestry (in
Russians and Buryats) with already known genotypes of microsatellite CAG-repeat of this gene. It was
found that alleles with the number of repeats unequal to 10 are more often detected on the background
of haplotype TT than CC. Results of phylogenetic analysis of the POLGI gene intron 2 nucleotide se-
quences in humans and chimpanzee have shown that haplotype TT heterogeneous in relation to CAG-
repeat polymorphism appears to be evolutionary younger than haplotype CC. The data obtained can be
used for further studies of relationships between CAG-repeat polymorphisms and male infertility.

Key words: human mitochondrial y-DNA-polymerase (POLGI), microsatellite instability, linkage dis-
equilibrium, population polymorphism

Pennmukaupsi muroxongpuanshoin JTHK (MT[THK)
YEJIOBEKA OCYLIECTBISIETCS C IIOMOIIBIO MUTOXOHJIPU-
anpHoi [THK-nonuMepassl Y, KOTOpast COCTOUT U3 ABYX
CyObEUHUI — KaTaJUTHYECKON, KOIUPYEMOIl T'€HOM
POLG]I na xpomocoMe 1525, 1 TONOMHATENBHOM, KO-
pupyemoit reHoM POLG2 Ha xpomocome 17q23-24 [1].
HWccnenoBannst m3menunBocty rena POLGI mposopu-
JIMCh, B OCHOBHOM, Ha BBIOOpKAaxX MAllMEHTOB C HaCJEf-
CTBEHHOI MUTOXOHJIPUAJILHON NATOJIOTHEN, & TaK¥kKe B
KOHTPOJIBHBIX BEIOOPKAX JIUL] IPEUMYIIECTBEHHO €BPO-
MENCKOT0 NPOUCXOXKACHUS [2-9]. DTO NO3BONMAIIO BbI-
SBUTD LEJbIH psig MyTaiuit POLG1, KOTOpbIe accoIyu-
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PYIOTCSI C MHOXKECTBEHHBIMH AETIEIUSIMU M HYKJIEOTHJ-
HbIMU 3aMeHamu B MTJHK cKkeneTHBIX MBI ¥ APYTUX
TKaHed y OONBbHBIX (COMCOK MYTaluil MPUBOAUTCS, Ha-
npuMep, B 6a3e gaHHbIXx Human DNA Polymerase Gam-
ma Mutation Database — www.tools.niehs.nih.gov/polg).

Haubonee nu3ydyeH B HacTosILEe BpeMsl MOIAMOP-
(pu3M MUKpOCATENTIUTHOTO TIOBTOPA B 9K30HE 2 TeHa
POLG]I [8-12]. Hmmra CAG-TIOBTOPOB B aJUIEIISIX U3Me-
HsieTcs oT 6 o 13 tpuHykineoTnnos. I1o pesynbsraram
ckpunmnara CAG-nonmmopgusma resa POLGI B mony-
nsusix EBpasun (Bcero uccnenoano 1330 uHAMBUIOB
u3 12 3THUYECKUX TPYMI) YCTAHOBJIEHO, YTO aljellb,
npepacTasieHHblii 10 mosropamu Tpunykineotuga CAG
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(10-CAG-annennb), BcTpedaeTcss HamOojiee 4YacTo BO
BCEX M3YYEHHBIX EBPA3UIICKUX MOMYNSIUsX: OoT [1ob-
m o Kopewn ero yactora u3MeHsieTcsl B iuana3oHe OT
88 mo 96% cootBeTcTBeHHO [12]. I3 OCcTalbBHBLIX amie-
Jieii, XapaKTEePU3YIOINXCS YKCIIOM TOBTOPOB, HE PAaB-
HbIM 10 (He-10-CAG-annenn), Hanuboee BLICOKA YaCTO-
Ta ayuiens ¢ 11 moBTopamu (6.7%).

ITomumopduzm CAG-nnoBTOpa MOXKET UMETh (DYHK-
[MOHAJILHOE 3HAUYEHUE, TaK KaK OH KOUPYET MOJUTITY-
TAMHHOBBIIl y4acTOK NOJUMEPAa3bl, U3MECHEHUE [IJIMHbI
KOTOPOI'O MOKET HOBJIUSATh HA TOYHOCTH cuHTe3a [JHK
U TIPUBECTH COOTBETCTBEHHO K OIIMOKAM PEIUIMKAIIN
(TOYEUYHBIM fIEJICHUSIM U HHCEPLUMSIM HYKJICOTHAOB U
HykieoTupHbM 3aMeHaMm MT/IHK) [13]. IToka3aHo, yTo
yactota reHotuna (CAG),..;o/(CAG),.;0 AOCTOBEPHO
MOBBIIICHA B BLIOOPKAX MY>KUMH, XapaKTEPU3YFOLIIXCS
GecruiofyieM (a3zoocnepMuei), a TakKKe y TMalMeHTOB C
ceMHHOMOM simuka [8, 11]. XOTs B Apyrux uccaeoBaHm-
six accoranys reHoTrna (CAG),..1o/(CAG),.. o € a300c-
nepmueil He mopTBepamiIach [9, 14-17], BO3MOXHOCTb
CYIIIECTBOBAHUSI TAKOH accOlaly B OMNpEIesICHHBIX
YCIOBHSIX BIIOJIHE BEPOSTHA.

Yacrora reHotuna (CAG),._(/(CAG),..;o BAppHpYET
Ha 3THOpacoBoM ypoBHe oT 0.5% B momymsimsax Bo-
crouHou A3ui 1o 2.4% B nonyssinysax Espornel [12] 1 o
9-11% B nonymnsusax Adpuku [9]. ViccnegoBanus of-
HOHYKJICOTHIHOTO nojmmopgusma rea POLGI noka-
3aJi, YTO MMEIOTCS [IBE MasKOPHbIE TPYIIIbI CHETIeH-
HBIX ajiIeNiell (ramroTunoB) 3Toro rera ([18]; gaHHbIe
npoekta HapMap (www.hapmap.org)). Tak, ByiikiuHbiM
u coasT. [18] B uccinegoBaHuy NoauMopu3Ma JIOKYCOB
1s758130 (T/C) u rs2238296 (T/C) rena POLGI B nomy-
JSINUSIX TYBUHIEB, ANTANLEB, SKYTOB ¥ PYCCKUX OOHapy-
>KEHO IIONTHOE (WX NTOYTH IOJHOE Y TYBUHLEB) HEPAB-
HOBECHeE IO CLETVICHUIO alljIeNei NCCIIeIOBaHHbIX JIOKY-
coB. Mexy TeM, XapakTep pacnpefesieHus] ajiesnei
mukpocareauTHoro  CAG-oBTopa OTHOCHUTEJIBHO
ABYX IPyI raryioTunoB reHa POLGI 1o cux op He u3y-
yaiy, XOTs Takas MH(pOpMaL|sl MOXKET ObITh IOJIE3HA
7151 BBISICHEHNS] IPUYMH aCCOLMALN MEXK/Yy BapHaHTa-
MH THOIUMOp(H3Ma MHUKPOCATEIUIUTHOIO JIOKyca H
MY>KCKUM O€CIITIOIEM.

Lens Hacrosimein paGoOThl — HMCCIENOBAHUE MOJH-
Mopcpusma AByXx J0kycoB rena POLGI (rs758130 u
1s2238296) y WHAMBUAOB PA3IUYHOTO 3STHOPACOBOTO
MIPOUCXOXKCHUS (Y PYCCKUX U OYPSIT) C U3BECTHLIMHU T'e-
HOTUNaMu MUKpocaTemuTHOro CAG-noBTopa, BKITO-
yasi aHaJIU3 paclpefelicHUus] ero BapuaHTOB B COCTaBe
Pa3NMYHBIX TalUIOTHIIOB.

IKCIIEPUMEHTAJBHAJS YACTb

HccenenoBanbl BBIGOPKH MHAMBUIOB U3 PYCCKOIO
Hacenenus benropopckoit obmnactu (n = 50) u GypsT
13 pa3Nu4HbIX paiioHoB PecnyGnuku Bypstus (n = 94).
ITonumopcusm noxycos 1s758130 (T/C) u 152238296
(T/C), pacnionoxeHHbIX B MHTpoHE 2 reHa POLGI Ha
paccrosHuy npumepHo 1500 m.H. ipyr oT Apyra, uc-
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CIIEIOBAI C MOMOIIBIO PECTPUKIMOHHOIO aHamn3a
COIJIaCHO METOJIMKE, ONMMCAaHHON paHee ByiKuUHBIM u
coaBT. [18]. [nsa aHanu3a WCMOIB30BAIH OMYyOIUKO-
BaHHbIE HaMH paHee JlaHHble 00 n3MeHunBoctu CAG-
MOBTOpa 3K30Ha 2 reHa POLG! B yKa3aHHBIX BbIIIE
monynsuuax [12]. DTOT y4acTOK COOTBETCTBYET HO-
Mepy 1528567406 B Gaze mannbix dbSNP (www.nc-
bi.nlm.nih.gov/SNP) u pacnonosken npumepro B 1500
IL.H. B 5'-HampaBieHun ot jokyca 1s2238296. Takum
00pa3oM, NOPSAOK PaCIONOXKEHNs JIOKYCOB CIEAYIO-
it (B HanpaBieHnn S' —» 3'): 1528567406 (MuKpo-
cateumtHbIT CAG-noBTOp) — 152238296 — 1s758130.
Hcnonws3oBanHasg B paboTe HyMepauusi HYKJIEOTH-
HBIX IO3HULHI COOTBETCTBYET TAKOBOHM B IOCIENOBA-
TenbHOCTH reHa POLG I, Haxofsiteiics B 0a3e TaHHBIX
GenBank (www.ncbi.nlm.nih.gov/Genbank) mog Home-
pom AC133637.

Jlns1 ananu3a M3MEeHYMBOCTH HYKIJICOTHHOM TocIe-
IOoBaTeNbHOCTH MHTpoHA 2 reHa POLGI wccnenoBanu
yuactok [THK gmuno#t 716 1.H., pacnoiokKeHHbIH MeX-
ny sokycamu 1528567406 (CAG-nioBTop) 1 rs2238296.
Oror yvyactok JHK ammmmdpunmpoBanmy, uCmonb3yst
npaitMepsbl 5'-ACAACCTGGACCAGCACTTC-3' u 5-
AAAGGCTGGGGATGCTAAAT-3', mogobGpaHHBIE C
nomMoIbio nporpamMmel Primer3 [19]. 35 mukmos ITLP
NPOBOJIMII B CIEAYIOIIEM TEMIIEPATYPHOM PpEXKNMeE:
94°C-30 ¢, 50°C—-60 cu 72°C — 60 c. AMmpnmpo-
BaHHble yyacTku [THK cekBeHupoBamu ¢ ucnosb3oBa-
HUEM Ha0opa sl UUKJIMIECKOrO CeKBEHMPOBAHUS
IHK Big Dye Terminator (“Applied Biosystems”, v. 3.1)
u reHeTmyeckoro anammsaTopa ABI Prism 3130 (“Ap-
plied Biosystems”, CIIIA). [17151 BbIpaBHUBaHUS 1 aHAJIN-
3a HyKJICOTHJHBIX IIOCITIETOBATEIBLHOCTEN UCIONb30Ba-
mm porpammbl maketa MEGA 3.1 [20].

CooTBeTcTBHE pacnpefnelieHdsi FTeHOTHIIOB PaBHO-
Becuto Xapau-BaitnOepra, HepaBHOBecHE 1O ClEIIe-
HUIO U CTPYKTYPY TaIIOTUIIOB aHAJIN3UPOBAIH C TO-
MorIpio makera nporpamm Arlequin 3.01 [21]. Hust
OTpEefieNIeHNs 4YacTOThl TAIUIOTHUIIOB HCHONIB30BaU
anroput™ EM, oCHOBaHHBII Ha MeTOJe MaKCHMalb-
HOTO mpaBpononobusi [22]. Hambomee BeposTHBIE
CTPYKTYPbI FAIUIOTUIIOB PEKOHCTPYUPOBAJIH U3 MYJIb-
TWJIOKYCHBIX TEHOTHIIOB C MOMOIbI0 anroputMa ELB,
OCHOBAHHOI'O Ha IiceBgoOaiiecoOBCKOM nopxope [21].
CreneHb AMBEPreHUUM MEXAY HYKIJIEOTHUIHBIMU IIO-
CIIE0BAaTEILHOCTSIMEA MHTpOHa 2 reHa POLGI pac-
CUMTBHIBAJIA, OCHOBBIBASICH HA P-TUCTAHIMSAX, C TTIOMO-
1o nakera nporpaMmm MEGA 3.1 [20].

PE3YJBbTATBI U OBCYXIEHUE

HccnenoBanne nonumopgusma j1okycos 15758130 u
152238296 rena POLGI y pycckux u OypsiT MOKasao,
YTO F€HOTHUIIbI paclpefiesieHbl B MOMYISLUAX CXOTHbIM
obpa3oM (tabm. 1). Yacrora anmnens rs758130*C y 6y-
psT coctaBuna 42%, y pycckux — 38%; 4acToTa aJijiens
152238296*C y OypsiT cocrasuia 36%, y pycckux — 35%.
B unccnegoBaHHBIX BBIOOpPKAX pacnpefesieHue reHOTH-
OB 110 NOJMMOP(U3MY OTAEIBHBIX JIOKYCOB HE OTKJIO-
Ne 4
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Taomua 1. PacnpeneneHue reHOTHIOB IO TpeM JIoKycaM reHa POLGI y pycckux u OypsT

Jlokychl YacroTa B ONyIsSUsIX
CAG-11oBTOp, 4HCIIO 1s2238296 rs758130 pycckue (n = 50) OypsThl (n = 94)
10/10 T/T T/T 0.22 (11) 0.29 (27)
10/10 T/C T/C 0.34 (17) 0.43 (40)
10/10 C/C C/C 0.14 (7) 0.11 (10)
10/10 T/T T/C 0 0.02 (2)
10/10 T/C C/C 0.06 (3) 0.04 (4)
10/10 T/T C/C 0 0.02 (2)
10/ne-10 T/T T/T 0.16 (8) 0.05 (5)
10/ne-10 T/C T/C 0.02 (1) 0.04 (4)
10/ue-10 T/T T/C 0.02 (1) 0
He-10/He-10 T/T T/T 0.02 (1) 0
He-10/ne-10 T/C T/C 0.02 (1) 0

Taomua 2. Pacnpepenenne raloTUnos 0o TpeM JoKycaM reHa POLG! y pyccKux u OypsiT

Jlokychl YacroTa B IONyIsuusix
CAG-1I0BTOp, 4nCIIO 152238296 Rs758130 (SZC:CI%(G)) GypsiThl (2n = 188)
10 T T 0.47 (47) 0.54 (101)
10 C C 0.35 (35) 0.36 (68)
10 T C 0.04 (4) 0.05 (10)
He-10 T T 0.13 (13) 0.05 (9)
He-10 C C 0.01 (1) 0

HsleTcsl OT paBHOBecust Xappau-BaitnOepra. Ilomyuen-
Hble JIaHHbIE CBHJIETEJILCTBYIOT O CYIIIECTBOBAHUM
MIPAKTUYECKU TOJTHOTO HEPAaBHOBECHS MO CIEIIEHUIO
MexkJy JTokycamu 15758130 u rs2238296 (1> = 0.844 y
pycckux, r? =0.799 y 6ypsit, D' = 1 u p = 0 jist o6eux mo-
MYJISIAiA). DTO COrnacyeTcs ¢ pe3ynbTaTaMd paloThl
Byiikuna u coasr. [18], KOTOpBIE McciefoBamy pacnpe-
AeJeHre TeHOTUIOB U ranioTumnoB rena POLGI 1o jo-
KycaM 15758130 n rs2238296 y Hacenenust Cubupu (y Ty-
BHHIIEB, ANTANLEB, SIKyTOB U PYCCKUX).

B nomymnsuumsx pacnpocTpaHeHbl, TNIaBHBIM 00pa-
30w, fiBa ramotuna — TT u CC (ta6mn. 2). 'armorun TT
3apErNCTPUPOBAH y PyccKux M OypAar ¢ yactoron 60 u
59% cootBeTcTBeHHO, ramtotun CC — ¢ yacroroit 36%
B 06eux nonyssinusx. ['amnorun TC, umeromuii, no-Bu-
AUMOMY, PEKOMOMHAHTHOE IPOUCXOXKJCHUE, 3aperu-
CTpUpOBaH ¢ 4acToToil 4% y pycckux u 5% y OypsT.
DTOT pe3yibTaT, B OOIIEeM, COTJIacyeTCs C MaHHBIMA
Byiikuna u coasr. [18], y koropseix ramwiotun TC y Ty-
BUHIEB OOHAPYKUBAETCs C YacTOTOM 2%.

I1pu ananm3e xapakTepa paciupefesieHus FTeHOTUIIOB
MukpocatenmatHoro CAG-moBTopa IOKa3aHO, 4TO
UMeeTcs CleTUIeHre MeXy HUM U JToKycamu 1s758130 u
152238296 (D' > 0.8, p < 0.05). I1pn aTOM annenu, Xxapak-
4 MOIJEKYJISIPHAS BUOJIOI'Us
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TEPU3YIOLIUECS YUCIOM MIOBTOPOB, HE paBHbIM 10 (He—
10-CAG-annenu), B HOMyJISIUSIX PyCCKUX U OypsAT OOHa-
PYXMBAIOTCS TPEUMYILIECTBEHHO B COCTaBE TaIllIOTHUIIA
TT (tabmn. 2). Beero ux mate: (CAG), TT, (CAG),,CC,
(CAG)(TC, (CAG),..;oTT u (CAG),..;(CC. Annens He-
10-CAG B cocrage rammotuira CC HabIromanacs TOILKO
OJIUH pa3 B pyccKoil BbIOOPKE (Tabi1. 2), B TO BpeMst Kak
BeCh CIEKTp ajutenei (ot 6 jo 12 moBTOpOB) MUKpOCa-
tesumTHOro CAG-nopropa otmedeH y TT-ramnorunos.

Yrtobsl yTouHHTH pacnpefencHue amneneir CAG-
MOBTOpPA OTHOCUTENLHO TalIOTUIIOB, MbI U3YYMIIU TIO-
mMopdu3M JIoKycoB 15758130 u rs2238296 B rpymme
UHAUBUAOB (1 = 35), XapaKTepu3yIoIuXcs TeHOTUIIaMU
(CAG)/(CAG),e.10 1 (CAG),.10/(CAG) .10, U3 OOLICH
BBIOOPKHM, HACUUTHIBAIOIIEH 556 YelloBeK W3 pas3nny-
HBIX ITOMYJISILUI PyCCKOTrO HACEIEHUSI €BPONEICKOM ya-
ctu Poccun. HamMu BBISIBIEHO MIECTh TamjOTHIIOB:
panee o6HapyxeHHole (CAG),,TT, (CAG),,CC,
(CAG),e.10IT, (CAG),._;(CC m noBble (CAQG),CT,
(CAG),.1oTC (Tabn. 3 u 4). Kak BugHO, He-10-amnenu
CAG-noBTOpa KpaiiHe pefiKO OOHAPY>KHUBAKOTCS B CO-
crase ramnotuna CC — Bcero 2 ciyyvas (3%) npotus 35
ciy4aeB (50%), 3aperucTpupOBaHHBIX B COCTaBE rario-
trna TT (tabin. 4). IIpu a3TOM HEOOXOOUMO OTMETHT,
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Taoanma 3. PacnpepeneHnue reHOTUIIOB 1O TPEM JIOKycaM
reda POLG! B BIOOpKE JIUI W3 STHUYECKUX PYCCKUX, Xa-
paktepusyromuxcsa reHotunamu (CAG);o/(CAG)ye.19 ¥
(CAG)ye-10/(CAG) - 10

JIokycsl
YacroTa B BbI-
B’lg)?),G‘;II/IIgI-IO 152238296 | rs758130 | OOPKe (n=35)
10/ue-10 T/T T/T 0.29 (10)
10/me-10 T/C T/C 0.46 (16)
10/ue-10 Cc/C Cc/C 0.03 (1)
10/ue-10 T/T T/C 0.03 (1)
10/me-10 T/C c/C 0.03 (1)
10/ue-10 T/C T/T 0.03 (1)
He-10/ue-10 T/T T/T 0.09 (3)
ne-10/ue-10 T/C T/C 0.03 (1)
He-10/me-10 T/T T/C 0.03 (1)

Taémmma 4. Pacnpepienenne ralioTHnoB IO TPeM JOKY-
cam reHa POLG! B BbIOOpKE U3 PYyCCKUX MHAWBHAOB, Xa-
pakrtepusyromuxcs resotunaMu (CAG);o/(CAG)ye.19 #
(CAG)4e-10/(CAG)ge-10

JIokycsl
Yacrora B BbI-
Bﬁ)‘;igg‘m 152238296 | rs758130 | OoPKe (21=70)
10 T T 0.16 (11)
10 C C 0.26 (18)
10 C T 0.01 (1)
ne-10 T T 0.50 (35)
He-10 C C 0.03 (2)
ne-10 T C 0.04 (3)

4TO criekTp aneneir CAG-oBTOpa, BHIBJIEHHBIX B CO-
craBe ramtotunoB TT u CC, yacThIHO TepeceKancs:
BEChb CIEKTP OT 6 10 12 NOBTOPOB BBHISBIIEH B COCTaBE
TT-ramnorumna, 1 4acThb CIeKTpa oT 8 o 12 moBTOPOB
3aperucrpupoBaHa B coctaBe CC-ramoruna. B nemom
>Ke, pe3ynbTaThl MOKa3bIBAIOT, YTO HECTAOMIBLHOCTH
mukpocatenutHoro CAG-noBTopa, omnpepensieMast
4acTOTOH ajljiesiell ¢ YiCIoM IOBTOPOM, He paBHbIM 10,
B 3HAYUTENBHO OOJIBbIIIEH CTENEHN BhIPAsKEHA B COCTaBe
ramrotumna TT, yem CC.

UccnenoBanne m3MeHIMBOCTY yuacTka rena POLGI
AIMHOM 716 IL.H., pacroIoXXeHHOTO B UHTPOHE 2 MEKAY
CAG-1n10BTOpOM U JTOKycoM 152238296, y 20 roMO3UroT-
HBIX 110 JIOKycaM 152238296 u 15758130 uHpuBUAOB HO-
Ka3ajo, YTO B HEM MMEIOTCS TPU OJHOHYKIIEOTUHbIE
3aMeHbI, KOTOpble M3BeCTHBI U3 0a3bl faHHbIX dbSNP
o Homepamu 152283430, rs2239286 n rs2247233. Oka-
3anock, uTo ramioTuny CC cooTBETCTBYeT ralIOTHUIL
TCA pns nokycos 152283430, rs2239286 u 152247233, a
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ramiotuny TT — aBa ramotuna GGG u GGA. CpaBHu-
TENBHBII aHANIN3 HYKJICOTHIHBIX MOCIEIOBATEIHHO-
crell aroro yyacrka rena POLGI y 4yenoBeka U IIMM-
man3e (NW_001225258 B 6a3e ganabix GenBank) moka-
3aJl, 9TO B (PMIIOTEHETUIESCKOM OTHOIIECHUH TaIUTOTHIT
TT 6onee MONOIOM: €ro MOCIENOBATEILHOCTA B OOJIb-
IIIEH CTETIEHU OTIIMYAIOTCS OT HOCIENOBATEILHOCTH Ta-
WioTUna wmMnan3e (B cpegueM, 1.1% puBepreHuyn),
yeM nocaenoBareabHocTh ramnorumna CC (0.76%).

W3 pesynbTaToB HacTosiel paboThl CIeayeT Tak-
ke, uTo upeHTmIHbIe He-10-CAG-amiemn ¢popMupoBa-
JIMCh HE3aBUCUMO B Pa3HbIX IPYyMNIax raljioTUIIOB FeHa
POLGI. 3ToT pakT HEOOXOAUMO YUUTBIBATh NPH MTPO-
BEJICHUN MOJIEKYISPHO-TEHETUYECKUX HUCCIIEIOBAHUI
MY>KYMH ¢ O€CITIOANEM, TOCKOIBKY BIOJHE BO3MOXKHO,
YTO MPOSIBIICHAE a300CTIEPMUN MOXKET aCCOLMMPOBATH-
cs c reHoTuaM (CAG),,..1o/(CAG),,..o KAKOH-TO OTHOMI
u3 pas3HoBupHOCTeH reHa POLGI. Bo3aMOXHO, 3TUM U
00'BsIcCHsAETC HAaOIIOaeMasi B JIMTepaType NpOTHBOpE-
YMBOCTb PE3Y/IbTATOB HCCIEAOBAHUS ACCOLMATUBHBIX
CBsI3ell MEXY MY>KCKUM OecIuIofieM U MOIUMOpu3-
MoM MuKpocaTemmTHoro CAG-nostopa rena POLGI .
JInst moaTBEPIKAECHUS 3TOrO MPEAIONOKEHNS TPEOYIOT-
Csl IOMIOJTHUTEIbHbIE MCCIIEOBaHNS TONMMOpgu3Ma re-
Ha POLG! B HOpME ¥ ITpH HapyILIEHAY CIIEpMaTOreHe3a.

AsTopsb! BeIpaxKaroT GnarogapHocts M.K. [TamOye-
BOH 3a IOMOIIb B IIPOBEJCHAN JAHHOI'O UCCIENOBAHNS.

PaboTa momyunna ¢puHAHCOBYIO MOAAEPKKY [anb-
HEBOCTOYHOTO OTfeneHus Poccuiickoil akajeMun HayK
(06-3-A-06-176, 09-3-A-06-221).
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