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AKTYyanbHOCTb. 3arpA3HeHne OKpy»KaloLLeli Cpeabl MPOMbILLIEHHBIMY OTXOAaMM, TOKCMYECKMMU areHTamu, ONnacHbIMU U3JyYeHN-
AMU 00YCIOBIMBAET BO3pacTaHVe MyTaLMOHHbIX NpoLeccos B bruocdepe, nospexaeHunin JHK B KneTkax, pricKoB OHKONTOTMYECKUX
3aboneBaHui. XK1M3HeCNOCOOHOCTb OPraHN3mMa BO MHOFOM 3aBVCUT OT HannumaA SGOEKTUBHBIX 3aLUTHbIX CPEACTB MPOTUB TaKMX
HebnaronpuaATHbIX GakTopoB. HEBO3MOXKHOCTb 136exaTb nospexaatowmx JHK ¢bakTopoB 3K30reHHOro 1 3HAOreHHOro XapakTepa
npviBesia K BO3HNKHOBEHMIO 6onee nnn meHee 3GpGEKTUBHBIX penapalroHHbIX CUCTEM, CYyTb KOTOPbIX — STIMMUHALNA NEPBUYHBIX
NMOBPEXAEHWI [JO UX BOMMIOLLEHMA B MyTaLMOHHbIE COObITUA. Y YenioBeka OCHOBHbIM 3/1IEMEHTOM OAHOW 13 TakUX CUCTEM — SKCLW-
31OHHOW penapaummn ocHoBaHun JHK aBnaeTca 8-okcoryaHuH-AHK-rnvko3nnasa (OGG1), npoTmBocTosLasn HeGIaronpuaTHbIM
NocneacTBUAM OKCUAATUBHOTO cTpecca. lfeH OGGT nmeeT BapmaLMm B KOAUPYIOLLEN NOCe[0BaTeNIbHOCTM, YaCTOTbl BCTPEYAEMOCTH
KOTOPbIX MOTYT Pa3nnyaTbCA B Pa3HbIX STHUYECKUX FPYMnax, HO pa3nnyaTbCa MOXKeT 1 3GPeKTUBHOCTb GYHKLIMOHNPOBaHWA NPO-
[yKTa TpaHCALMM € Takoro TpaHckpunTa. Ser326Cys — ApKWiA TOMy NpUMep, 3aMmeHa aMUHOKNCITIOTHOTO OCTaTKa CHIKaeT Idpdek-
TUBHOCTb penapaLMoHHON GYHKLNN, 1 HOCUTENTbCTBO TaKo MyTaLMmn, 0CO6eHHO B FOMO3UTOTHOM COCTOAHMY, YPEBATO MOBbILLEH-
HbIM PUCKOM KaHLIeporeHesa 1 HEKOTOPbIMU APYFMY HEOGNAronprATHBIMIM NOCNEACTBUAMM LA 340POBbA.

Lienb. ViccnepoBaHvie 66110 HanpaBneHo Ha YCTaHOBEHME YacTOT BCTPEUYAEMOCTH anesiell U reHoTUNoB nonmmopdusma rs1052133
reHa OGGT, cBA3aHHOTO C SKCLM3MOHHO penapaumein OCHOBaHUIA, B MOMyNALMM abxa3oB 1 COMOCTaB/IEHUE XapaKTepa pacnpeae-
JIEHNA C PaCNPOCTPAHEHHOCTbIO B APYTUX NONYAALMAX 3eMHOTO Wwapa.

MeTogbl. B BbIGOPKY AnA nccnefosaHus abxasckon nonynaumm 6bino BKIOUEHO 168 KOPEHHbIX »KUTeNel, MOCTOAHHO NPOXUBa-
loLWnx Ha Tepputopun Abxasun. leHoTnNMpoBaHve no nonumopdramy Ser326Cys B 3k30He 7 reHa OGGT (rs1052133) nporssoau-
nocb metogom ARMS-PCR-RFLP .

Pesynbratbl. B Bbi6opKe 13 abXa3cKoi nonynALmMmM Yactota reHotuna Ser/Ser coctaBuna 44,1%, Ser/Cys — 49,4 %, Cys/Cys — 6,5%.
YactoTa annena OGG1*C (Ser) okasanacb paBHol 0,688, a OGGT*G (Cys) gocturna 3HayeHus 0,312,

BbiBog. YacToTbl anneneit sToro nonumopdusma B nonynauum abxazos okasanvcb 6nm13Km K rnobanbHbIM CpeHEMMPOBbLIM 3Ha-
yeHunAM.
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Background. Environmental pollutions, toxic agents and dangerous radiation lead to increasing in levels of mutational processes,
DNA damages and higher risks of cancer for bioorganisms. The life system viability depends on the effectiveness of the neutralizing
the adverse factors. The unavoidance of the DNA damaging factors has led to developing the effective repair systems aimed to
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eliminate the primary damage. 8-oxoguanine-DNA glycosylase (OGG1) is the major element of the Base Excision Repair (BER) in
human. The OGG1 gene has coding sequence variations spread with different frequencies in human populations. Ser326Cys is SNP
with known defect in DNA repairing for Cys-allelomorph and an increased risk of cancer in the case.

Objective. The study was aimed to estimate the prevalence OGG1 gene variants among the indigenous Abkhazian population and

comparison with different ethnic groups worldwide.

Methods. The study based on the analysis of 168 samples from Abkhazians. The OGG1 gene Ser326Cys genotyping was performed

by the ARMS-PCR-RFLP .

Results. The frequency stated for Ser/Ser genotype was 44.1%, Ser/Cys = 49.4 % and Cys/Cys = 6.5% in the Abkhazian population.
Frequency of the OGG1 allele*C (Ser) was equal to 0.688, and OGG1*G (Cys) reached the value of 0.312.
Conclusion. The frequencies of the rs1052133 alleles in the Abkhazian population were close to the global average values.

Keywords: OGG1, rs1052133, Ser326Cys, polymorphism, Abkhazian population, BER.
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BBepeHune

HTeHCUDUKAIIMS aHTPOIIOTEHHOTO BO3ICUCTBUS

Ha OKPYXXAIOIIYIO Cpeny HaOmIogaeMast ¢ 3IOXHU

MPOMBILIJIEHHON PEBOJIIOLIUU XapaKTepU3yeTcs
MOSIBJIEHUEM U CTPEMUTEIbHBIM HAKOTIJIEHUEM TOKCUKAH-
TOB, KCEHOOMOTHUKOB, MYTareHOB M KAHLIEPOT€HOB, MOBbI-
IIIEHUEM YPOBHEN OTACHBIX M3IYyYEeHUIl. DTU U Ipyrue
(hakTOpBI COBPEMEHHOM XN3HNU MOTYT aKTUBU3UPOBATh
MYTaIlMOHHBIE MPOIIECCHI B OMocdepe 1 y YyeaoBeKa, KaKk
€€ HEOThEMJIEMOI YaCTH, XapaKTepU3YIOLIMECs BO3pacTa-
HUEM YPOBHS MOBPEXACHUI HACIEICTBEHHOIO armnapara
OpraHu3mMoB. BaxxHelnuM MexaHu3MOM TaKMX MOBPEX-
NEHUI TPUHSTO CUMTATh OKCUIATUBHBIN CTpecc, 00YCI0B-
JICHHBI! BO3IEICTBMEM aKTUBHBIX (DOPM KMCIOPOIA U €TO
Npou3BOAHbBIX. LeJI0CTHOCTD U CTAOMIBLHOCTD XKMBOU CU-
CTEMBbI, €€ KU3HECTOMKOCTb BO MHOTOM OIPEE/ISIETCS €€
CIMTOCOOHOCTBIO MIPOTUBOCTOSITH STUM Pa3pyIIUTEIbHBIM
npoueccaMm. Tak Kak n30exaTh ITOBpeXaalommx GakTo-
POB OpraHu3My NPaKTUYECKU HEBO3MOXKHO, JIsI TTOAIEep-
JKaHMSI ToMeocTa3a Hanbosee 3((HeKTUBHBIM 3alIUTHBIM
CPEICTBOM OKa3aJMCh perapalMoOHHbIe MPOLECCHI, CYTh
KOTOPBIX COCTOUT B 3JIMMWHALIMU IEPBUYHBIX TTOBPEXIE-
Huit JHK mo nx BoriomeHns: B MyTallMOHHbBIE COOBITHUS.
Takas nuHamuyeckasi cucTeMa ¢ OIHOM CTOPOHBI HAanbO-
Jiee cTabuiibHA, C IPYroi — OCTABJISIET MOTEHLIUAI JUTS SBO-
JIIOLIMOHHBIX MPOLIECCOB.

HecmoTpsa Ha UCKIIOUUTENbHYIO BaXXHOCTb perna-
PAIIMOHHOI CUCTEeMBbI, IPEBHOCTh BOSHUKHOBEHMS (00-
HapyXXMBaeTCsl y apxei, Mpo- 1 3yKapuOTOB), TeHBI, KO-
IUPYIOIINE €€ DJIEMEHTHI He SIBIISIFOTCSI MOHOMOP(HBI-
MU U CYIEpKOHCEPBATUBHBIMU. B momyasuusix yejoBeka
OHM TIPENCTaBICHBI TOJIMMOPMOHBIMUA BapUaHTaAMU C pa3-

JINYAIOIIMUCS YaCTOTAaMM aJUleNieil B pa3IUYHBIX STHU-
YeCKUX TPyNIIax U ¢ pa3IndHoi 3(P(HEeKTUBHOCTHIO (DYHK-
HuoHupoBaHus. HeucnpasiaeHHble nopexaeHus JHK
MOTYT BECTH K aIloNTO3y WU K HEPETYIUPYEeMOM TIPOJIH-
depannm KJIeTOK U KaHIIEPOTEHEe3y.

Paznuualor, 1o KpaiiHeil Mepe, YeThIpe BaKHbBIX ITy-
™1 penapauuu JIHK: penapauus pa3pbslBoB 1BOMHO HU-
™1 (DSBR), permapanms HecoorBercTBuii (MMR), akcim-
3noHHas penapaiusa HykiaeotuaoB (NER), skcum3nonHas
pemapanus ocHoBanuit (BER). K mocnemxneir otHocutes,
HarpuMep, 8-okcoryanuH-/IHK-rnnko3unasa yemoBeka
(OGG1) (OMIM *601982).

OGG1 (471, 424 aMUHOKUCIOTHBIX OCTaTKa) SBJISI-
eTCsI KITI0YeBBIM (DEPMEHTOM, OTBETCTBEHHBIM 3a yHaje-
HHE §-OKCOTryaHMHA — OCHOBHOTO MYTareHHOT'O IOpaxke-
Hust ocHoBaHuit [JIHK, BbI3BaHHOr0O BO31eiCTBUEM aKTUB-
HbIX hopMm Kuciopona. 'eH OGGI yenoBeka KapTUPOBaH
Ha xpomocome 3p25.3, umeeT NpoTsKeHHOCTh 37847 11.H.,
COIEPKUT 8 9K30HOB, CAlTHI AJITEPHATUBHOTO CIIANCUH-
ra B C-tepMuHanbHO# oonactu. B rene OGGI obHapy-
JKEHO HECKOJIbKO OTHOHYKJIEOTUIHBIX MMOJIMMOP(DU3MOB
(SNP), HO HaMOOJBIINIT MHTEPEC MPEACTABIISICT DYHKIIN-
oHaIbHO 3HaYMMBIH 1s1052133 Ser326Cys (977C>G) B 3k~
30He 7. B 1998 1. KoHo ¢ coaBr. [1] oOHapyXuIu, 9TO aK-
tuBHOCTh penapaimu JJHK y Hocureneit BapuanTa 326Cys
OGG] ke, yeM y HOCUTeEJIE BapuaHTa 326Ser, oHM Xe
coobmmm o yactoi (62,2%) norepe reTepo3uroTHOCTU
B KJIeTKax paka jierkoro. ITockombKy Cys SBIIsIeTCsI ajuieaeM
C HU3KOM 3KcTpeccueil 8-0KCoryaHUH MIMKO3UJIa3bl, OXKM-
naercst, uto OGG1 Ser326Cys MOXET UTpaTh CYILIECTBEHHYIO
POJIb B IIPEAPACIIONOKEHHOCTH K KaHIIEpOTeHEe3Yy.
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OPUT'MHAJIbHbBIE UCCZIEAOBAHUA

C nonmuMopduszmoM B reHe OGG 1 cBI3bIBAIOT PUCKU
pPa3BUTHUSI MHOTMX 3a00JIeBaHUIA: paka jierkoro [2], mon-
JKeTyIOYHOM Xene3bl [3], MoslouHol Xkene3bl [4], suaHu-
Ka [5], KoopeKTaibHOTO paka [6], paka xenynka [7], Mmo-
4eBOro Mmy3bips [8], IIMTOBUAHOM Xeje3bl [9], mpocTaThbl
[10], a Takzke HelipomereHepaTUBHBIX MPOLIECCOB B MO3TE,
6osie3Hu AsblreiiMepa [11], octpoii [12] u xpoHnUyeckoi
muenougHol neiikemuu [13], nuadera 2-ro tuna [14],
paccesTHHOTO cKJyepo3a [15], Bo3pacTHOI KaTapakThl [16],
MPOTPECCUPOBAHUS TIEPBUYHOM OTKPBITOYTOJILHOM TJ1ay-
KOMbI [17], Mmyckoit nHGepTUiIbHOCTHU [ 18], MOBBIIIEH-
HOI CMEPTHOCTH OT KapaWOBaCKYJISIPHBIX 3a00JIeBaHUIA
[19], TsxecTn oTpaBieHus nectuuunamu [20].

Bce BbIIIEN3/105KeHHOE CBUIETEIBCTBYET O BAXKHOCTH
M aKTyaJIbHOCTU MCCIeNOBaHUI MOJTMMOP(MOU3MOB TeHOB
aKcuM3noHHol penapauuu JJHK B pazanuHbIX 9THO-Tep-
PUTOPUATBHBIX TPYITITAX.

Ieabio uccaenoBaHuss ObUIO YCTAaHOBJIEHUE YaCTOT
BCTPEUYAeMOCTH ajljieJiell U TEHOTUITOB oJuMopdusma
rs1052133 rena OGG1, ¢cBI3aHHOTO C 9KCLU3UOHHOI pe-
napauueit OCHoBaHUI, B MTOMYJISILIMKA a0Xa30B U COMOCTaB-
JIHUE XapaKTepa pacIpeae/IeHus ¢ pacIpoCTpaHEHHOCTHIO
B IPYTMX ITOITYJISIIIUSIX 3€MHOTO I1apa.

MeToabi

B BBIOOPKY IS ucclienoBaHus abXa3CKOM MOMyJs-
LY OBUIO BKITFOUEHO 168 KOpeHHBIX XXHUTeJel (B Bo3pacTe
oT 16 1o 101 roga) MOCTOSTHHO MPOXKWBAIOIINX HA TEPPU -
TOopuM AOXa3MM B HaCEJIEHHBIX MyHKTaX: cejia Apacan3biX,
Txuna, Oran, Ynoy, Mepkyna, Kyron, KeiHasir, An3io0-
xa, JIxxrepna, Peka u r. Ouamubipa, OuaMybIpCKOro paii-
oHa, cena JIzgaa, b3biob, Llanapeimin u r. Iarpsl I'arpcko-
ro paiioHa, cena Aaupbl, JIbixHbl, Jlypumnii, Xeincta u r. I'y-
nayta ['ymayTckoro paitoHa, a Takke B 'YJIbPBIIIICKOM,
TxBapueabckoMm, CyxyMCKOM palioHax.

CO60p GruomaTepuralia OCYLIECTBIISICS MOCe ToJyde-
HMSI TH(OPMUPOBAHHOTO COTJIaCHS Ha yJacTHe B UCCIIeIO-
BaHUM OT KaXI0T0 00CJIelyeMOro 1 3aITOJIHeHUST OJJaHKOB
MOITYJISTLHOHHO-TEHETUIECKOTO aHKETUPOBAHMSI, KaK OTTH -
caHo B mpenbiayiei nyoaukanuu [21]. ITporpamma uccie-
JIOBaHU ObLIa 010OpeHa DTUYECKUM KOMUTETOM Abxa3-
CKOTO rocyaapcTBeHHoro yHuepcureta (r. Cyxym), pabo-
Ta IIPOBOIMIIACH C COOTIONEHUEM STUIESCKUX TTPUHITUIIOB.

Broinenenue JHK 13 06pa3ioB OyKKaJIbHOTO 3MHU-
TeJUs OCYIIECTBISIJIOCH C UCMOJb30BaHUEM Habopa pea-
reHToB «JIHK-cop6-B» (PI'YH «LTHWUMND» Pocriorped-
Haa30pa) B COOTBETCTBUU C IIPOTOKOJIOM ITPOU3BOIUTES.

leHomunuposaHue.

Ananu3s nonmumopduszma Ser326Cys (NC _000003.
12:2.9757089C>G ) (rs1052133) B sk30He 7 reHa OGG1

npousBoauicsa MetonoM ARMS-PCR-RFLP (Cucrema
Ammumndukanuu PedpakropHoit Mytauuu — [Tonumop-
usm e PectpukiimoHHbIx @parMeHTOB).

Huzaitn F-npaiimepa (5’-CTGTTCAGTGCCGACC
TGCGCCGA-3’) ObL1 BBINIOJHEH ¢ MoauduKaluein oc-
HOBaHMS 23 B COCTaBe OJUTOHYKJICOTUAA ITyTeM 3aMEHbI
A Ha G OTHOCUTEbHO pedepeHCHON Moceq0BaTEIbHO-
ct (GRCh38) B monoxxenun Chr3: 9757086 ¢ 1iesbio hop-
MUPOBaHUs caliTa pacno3HaBaHUs pecTpukTassl Mbol,
R-npaiimep (5’-ATCTTGTTGTGCAAACTGAC-3’) mon-
HOCTBIO KOMIUTMMEHTapeH pedhepeHCHOM MmocenoBaTeib-
HOCTH.

AMIIIUUKALIWIO TPOBOAWIN B 25 MKJI CMECH, CO-
nepxameit 0,1-100 ur AHK; 0,2 MM kaxnoro dNTP;
no 1 MkM kaxnoro npaiimepa; 0,5 en. Dream Taq-mo-
numepasbl (Thermo Scientific), 2,5 mxM 10-Tu kpar-
Horo O0ydepa Dream Taq Green Ha nmpubope C1000
(Bio-Rad) B TeueHue 33 LIUKJIOB CMEHBI TeMIlepa-
Typ: 95°C 25¢, 57°C 25¢, 72°C 10c.

dnsa naeHTHGUKAMU TEHETUYECKUX BapuaH-
ToB Ser326Cys aMITMGUIIMPOBAHHBINA MTPOAYKT pa3Mme-
poMm 248 1.H. unkyouposanu npu 37°C ¢ depMeHTOM
pectpukuuu Mbol u 3aTeM GpakKIIMOHUPOBAIU METO-
oM asiekTpodopesa B 3% arapo3HoM rejie ¢ mocieny-
IolIell OKpackoi OpoMUCTBIM aTUAMEM. Busyanuzauus
9JIEKTPO(GOPETUYECKUX 30H, XapaKTePU3YIOIINX aJlJIen
O0GGI*977C (dpakuuu aauHou 224 u 24 m.H.) u
OGGI*977G (248 11.H.) OoCyILIECTBsIaCh B MPOXOASIIEM
yiabTpaduronaeToBom cBete (puc. 1).

CraTtuctuyeckast oopaboTKa MOJyYEHHBIX pe3y/ibTa-
TOB MPOBOAMJIACH C MCITOJb30BaHUEM IaKeTa MporpamMMm
Statistica 6.0 (StatSoft Inc.). JlocToBepHOCTh pa3auuMit
B paclpelnejieHUU FeHOTUIIOB W aJlIeJieil OoIpeacsiv

e
iy e

Puc. 1. Snektpodoperpamma ngeHtudrkaumm reHotunos OGGT: nesas
nopoxka — CG (Ser/Cys), npaas - CC (Ser/Ser); cpeaHAnA - Mapkep macc
100bp GeneRuler (Thermo Scientific).
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Tabnuya 1
PacnpepeneHue reHoTunos n annenein Ser326Cys reHa OGG1 B pa3nnyHbIX NONyNALMAX MUpa.
O6o3HaueHne TMonynsuust, CrpaHa N Anrers Feromun r CPiBH' HcrouHuk
«c | ¢ | cc | cc | g | W=D
CDX Kuraiius Jait (Kurait) 93 | 0,392 | 0,608 | 0,204 | 0,376 | 0,419 50,33 1000G*
TWN Kuraiiust TaitBanst 730 | 0,393 | 0,607 | 0,171 | 0,444 | 0,385 88,29 Lai [23]
CHS Kuraitupl Xanb (10xxHbli Kurait) 105 | 0,424 | 0,576 | 0,200 | 0,448 | 0,352 41,28 1000G*
CHB Kwuraitupl Xanb (Kutaii, I[Mekun) 103 | 0,442 0,558 0,165 0,553 0,282 35,05 1000G*
KOR Kopeitibt 361 | 0,495 | 0,505 | 0,238 | 0,513 | 0,249 35.87 Kim [24]
JPT SInonusl (Anonust, Tokuo) 104 | 0,500 0,500 0,231 0,538 0,231 21,72 1000G*
KHV BbeTHamuibl (BbeTHaM, XOIIMMMH) 99 0,500 0,500 0,303 0,394 0,303 27,27 1000G*
PJL Menmxabus (IMakucraH) 9 | 0,620 | 0,380 | 0,417 | 0,406 | 0,177 8,27 1000G*
PEL Iepyanust (ITepy, Jluma) 85 | 0,635 | 0,365 | 0,388 | 0,494 | 0,118 2,4 1000G*
ITU Wupeiiust Tenyry 102 | 0,637 0,363 0,392 0,490 0,118 2,38 1000G*
BEB Benranbupt (banrnaznenr) 86 0,645 0,355 0,384 0,523 0,093 1,1 1000G*
GIH Wupeiiuer lyapatn (CLUA, Texac) 103 | 0,646 | 0,354 | 0,408 | 0,476 | 0,117 2,16 1000G*
CIN Cunxu L. Uuams 34 | 0,647 | 0,353 | 0,441 | 0,412 | 0,147 2,77 [25]
MXL Mekcukanubl (CLLA, Jloc-Anxenec) 64 | 0,664 0,336 0,391 0,547 0,062 0,53 1000G*
ASA Apa6b1 CaynoBcKOil ApaBun 386 | 0,666 | 0,334 | 0,464 | 0,404 | 0,132 6,97 Alanazi [26]
STU Tamuinel ( BenmukoOputanust) 102 | 0,672 0,328 0,471 0,402 0,127 4,04 1000G*
CLM Konym6uitupt (Komym6ust) 94 | 0,681 | 0,319 | 0,457 | 0,447 | 0,096 1,04 1000G*
ABH Abxa3bl 168 | 0,688 0,312 0,441 0,494 0,065 Ref Hawmm nannbie
TUR Typxu Typuust 127 | 0,701 0,299 0,496 0,409 0,095 2,39 Goniil [27]
NIN CesepHas MHaus 224 | 0,73 0,27 0,518 0,424 0,058 2,3 Mandal [28]
GBR Bpuranust Auriu u Llommanaun 91 0,753 0,247 0,571 0,363 0,066 4,35 1000G*
CEU Esponeounnpl (CLUA, HOta) 99 | 0,798 | 0,202 | 0,626 | 0,343 | 0,030 8,91 1000G*
EGT Eruntsine 50 | 0,800 | 0,200 | 0,640 | 0,320 | 0,040 6,14 Gharib [16]
FIN ®unHbl (PUHISIHANS) 99 | 0,808 | 0,192 | 0,646 | 0,323 | 0,030 10,8 1000G*
IBS No6epuiitst (Micrianust) 107 | 0,808 | 0,192 | 0,636 | 0,346 | 0,019 9,88 1000G*
BRA Bpasuibisl (bpasuiust) 89 | 0,809 0,191 0,663 0,292 0,045 11,57 Couto [29]
PUR MMyspropukanisl (ITyapro-Puko) 104 | 0,812 | 0,188 | 0,683 | 0,260 | 0,058 16,16 1000G*
LWK Jyxust (Kenwust) 99 | 0,813 | 0,187 | 0,677 | 0,273 | 0,051 14,22 1000G*
TSI Tockanusr (Mramms) 107 | 0,813 0,187 0,636 0,355 0,009 12,4 1000G*
IRN Wpanust (Mpan) 150 | 0,813 | 0,187 | 0,633 | 0,360 | 0,007 16,11 Hosseini [30]
MSL Menze (Coepa-JleoHe) 85 | 0,818 | 0,182 | 0,682 | 0,271 | 0,047 13,37 1000G*
ESN BOcan (Hurepus) 99 | 0,843 | 0,157 | 0,707 | 0,273 | 0,020 18,23 1000G*
ASW Adpoamepukanusi (tor CILIA) 61 | 0,844 | 0,156 | 0,689 | 0,311 0 - 1000G*
YRI Hopy6a (Hurepus) 108 | 0,852 | 0,148 | 0,722 | 0,259 | 0,019 21,56 1000G*
GWD TamOGwuiitel - MaHIMHKa 113 | 0,858 | 0,142 | 0,788 | 0,142 | 0,071 37,88 1000G*
ACB Adpo-Kapuouaniis! (bapbamoc) 96 | 0,880 0,120 0,792 0,177 0,031 30,81 1000G*

IIpumeuanue: * — A global reference for human genetic variation, The 1000 Genomes Project Consortium [31]; cpeau 3HaYeHMIA }° SKUPHBIM HIpUd-
TOM BBbIZEJEHbI CTATUCTUYECKU JTOCTOBEPHBIC OTJIMYMS OT MOMyJisiiuu abxa3on (Ref).
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10 BeTMYKHE KpuTepus y* st MoCTpOeHUsT IeHApOrpaM-
MBI Pe3yJIbTATOB KJIACTEPU3ALINH TEHETHUSCKIX MEXKITO-
MyIAUUOHHBIX paccToanuii D, mo Hero [22] ucronb3so-
Banach mporpamma DISPAN (Tatsuya Ota u YHuBepcurer
. [MTencnnpBanmst, CIIA - http://homes.bio.psu.edu).

Pesynbratbl

Pesyabratel aHanuza no rs1052133 rena OGG1 B BbI-
Oopke abxa30B IPeACTaBICHBI B TAOIUIIE, IIe TAKXKe I10-
Ka3zaHbl TaHHBIE TI0 PACIPOCTPAHEHHOCTH 3TOTO TTOJIH-
Mopdu3Ma cpeny HaceJeHUs B IPYTUX PeTMOHax 3eMHO-
o 1Iapa.

B nonyasiiuu abxa30B YCTaHOBJIEHO HAJIUYUE BCEX
TPeX BO3MOXHBIX BADMAHTOB TeHOTUIIOB M3yYeHHOTO T10-
Jumopdusma reHa OGG 1, ux pacnpeenaeHe COOTBETCTBY-
eT paBHOBecHOMY 1o Xapau-BaiiHOepry ¢ HEKOTOpbIM Tpe-
oieHueM (D=+0,1498%0,069) 101 reTepo3uroT OTHO-
CUTEJIbHO OXXMIAEMbIX 3HAYCHUI.

ITopsiok cTpoK B TaGIMIle OTCOPTUPOBAH B MTOPSII-
K€ Bo3pacTaHusl 4acToThl ajuies *C 1 yObIBaHUS YacTO-
Thl ajuiens *G. Yacrora amens *C B rpyrie o0cae10BaH-
HbIX abxa30B coctaBuia 0,687510,0253, a gojas MUHOp-
Horo ajuienst *G pocturia 3HaueHust 0,3125+0,0253. Dtu
YaCTOTHI OKa3aJIMCh OJIM3KU K CPETHEMUPOBBIM 3HAUEHM -
sIM, TIO3BOJISISI TTOMECTUTh a0Xa3CKYIO TOITYJISILIUIO B CEpe-
JIMHY TaOJIMITBI MUPOBOTO pacripeneieHus. JlaHHbIe TabIu-
IIbI CBUJIETEILCTBYIOT, UYTO peXKe BCEro HOCUTEJIE alielist
*G (326Cys) MOXKHO BCTPETUTh B HETPOUIHBIX TOITYJISIIIN-
sx 3anagHoit AGppUKU U B MOMYJISLIMSX, BEPOSITHO, TOTO
ke nmpoucxoxaeHust Ha bap6anoce u FOre CIIIA, a mak-
CHUMYM PacipoCTPaHEHHOCTH 3TOM MYTallK TTPUXOIUTCS
Ha TaitBanb u FOr Kurasi.

B Tabnuiie Takke mpeacTaBiaeHbl pe3yabTaThl CpaBHE-
HUST TIOTYJISIINIM Ha TeTepOTeHHOCTh OTHOCUTEJIBHO U3Y-
YeHHOI nomnyssiiuu abxazoB. CTaTUCTUYECKU TOCTOBEP-
Hasl pa3HUIIa B pacIipeie/ieHMr YacTOT TeHOTUIIOB y a0-
Xa30B CYILIECTBYET C TOMYJISIIIUSIMU KUTAMIEB, KOPEHIIEB,
SITIOHIIEB, BLETHAMIIEB, TICH/IKA01IeB, XapaKTepU3YIOIINX-
¢s1 BhICOKOM yactoTtoii 326Cys, U ¢ monyasauusiMu AGpuku
C HU3KOI BcTpedyaeMocThio MyTaiiuu. Habmomaercs cxo-
KeCTh XapaKTepa pacipee/ieHusl 4acTOT TeHOTHUIIOB y a0-
xa30B ¢ nonyssaiusamu FOxHoin Aszun u Typuuu.

IMocTtpoeHHas neHaAporpaMMa reHeTUYeCKUX PaccTo-
STHU# (pUC. 2) TaKKe TEMOHCTPHUPYET CPEIMHHOE TTOJIOKE-
HUe TONyJsiuu abxa3oB Ha «326Cys-HU3KOYaCTOTHOM»
BETBM, OHA KJIACTEPU3YETCS C OJMKAUIITMMM TTOITYJISTIIVSI-
mu u3 Typuuu u CaynoBckoilt ApaBuu.

DyHKIIMOHABHO 3HAYMMBbIe MOJUMOPMU3MBI TEHOB
penapauuu JITHK umeroT ocobo BaxkHOe 3HaU€HUE BCe-
CTBUE UX BOBJEUEHHOCTHU B MaToreHes 3aboseBanuii. Mme-
IOTCSI TaHHBIE, YTO CHIDKeHUE 3(PGhEKTUBHOCTH perapai

JHK, naxe He3HaunMmoe caMo 1o cede, B KoOMOMHauu
C IPYTMMU HEOJIarONPUSITHBIMU (haKTOpaMK MOXET CYIIIe-
CTBEHHO TIOBBIIIATh PUCK OT BO3IEUCTBUS TaKUX (PaKTO-
POB M Npeapacioarath K KaHueporeHesy [32]. Kpome To-
IO, PUCK, CBSI3aHHBIN C OTICILHBIMUA BapMaHTaMU B TeHaX
penapanuu JJHK, MoxXeT ObITh HEOOJIBIINM 1O CpaBHE-
HUIO C PUCKOM, OOYCJIOBJIEHHBIM IPYTUMU TeHAMU C yCTa-
HOBJIEHHOM BBICOKOIi IIEHETPAHTHOCTBIO, HO UX BIIMSTHUE
Ha 3a00JIEeBAEMOCTb MOXET OBbITh 3HAUMTEIILHBIM M3-3a
ux 6oJiee BICOKOW pacpOCTPaHEHHOCTHU Cpeau Hacese-
HUSL. B CBSI3M cO 3HAUMTEIBHBIMU Pa3IMIUSIMK B 4aCTOTAX
BCTPEYaEMOCTH BapUaHTOB MOJMMOpP(GHU3Ma TeHOB peria-
pauuu JHK mMexny pasnuyHbIMUA STHUYECKUMU TPYIIIa-
MM JIaHHBIE IO pacIpeae/IeHUSIM B IOITYJISIIUSX IO BCEMY
MUPY MIPENCTABISIOT OCOOBIN MHTEPEC JIs1 OLIEHKU UCCIe-
JTlyeMBIX TEHETUIECKUX MapKEePOB B OTHOLIIEHUU BOCTIPH-
MMYUBOCTH, OCOOEHHOCTHUEN TeueH s 1 (hapMaKoTeparmn
3a0ojieBaHUi. Bce aTO cBUMETEBLCTBYET O TOM, UTO MU~
JIEMUOJIOTUYECKIE UCCIIeTOBAHMS MOTMMOPMOU3MOB pera-
pauuu JJTHK mmMeror BaxxHoe 3HaUeHuUe.

Psn vccienoBaHuit ToKa3bIBaeT, YTO HA OTHECEHUE
HEKOTOPBIX BAPMAHTOB MOJICKYJISIPHO-TEHETUIECKOI 13-
MEHUYMBOCTH K (paKkTopaMm pHrcKa IMOoABEpKEHHOCTH 3a00-
JIEBAHUIO MOXET CYIIECTBEHHO BJIMSITH STHUYECKOE TTPO-
ucxoxneHue nanueHTos [4, 33,]. [IpoTuBOpeYnBOCTH
MyoaMKamuii 00 accouamnusaX reHeTUIeCKUX MapKepoB
¢ 3a00JIeBAaHUSIMU MOXET ObITh OOYCJIOBIEHA IMTPOBEACHM -
€M HMCCIIeOBAaHUI Ha STHUYECKM Pa3IMJIaroIInXCsl BEIOOD-
Kax JIM0O TIpY UTHOPUPOBAHUU 3TOTO KpuTepus. To, 4To
onpe/eIeHHbI BapraHT reHa B3auMOJICMCTBYET C pasiiu-
YaIONIMMCS B Pa3HBIX TTOMYJISIIUSIX ITyJIOM BApUaHTOB JIPY-
T'MX TEHOB, MOXET ITpe/IrojiaraTb HaIuure STHOCTIe I rY-
HOCTH JIJISI HEKOTOPBIX MapKePOB MPENPaCTIONOKEHHOCTH.
Takoro pona ucciaenoBaHus MOTYT CITIOCOOCTBOBATH OoJiee
aJIeKBaTHOM OIIEHKE MapKepOB BOCIIPUMMYMBOCTH K 3200-
JIEBAHUSIM, TTOCTY>KUTh OCHOBOM TSI CO3MAaHMS STTUIEMM -
0JIOTUYECKUX 0a3 TaHHbIX.

3aknueHue

B pesyabTaTe ucciaenoBaHus BBISIBIEHO paclipene-
JIeHWe TEHOTUIIOB U ajlJleJieil reHa 9KCIIM3MOHHOM pena-
pauuu JHK OGGI B abxa3ckoil monyasslMU U OlieHe-
HO €€ TMOJIOXXEeHUE CPeU IPYTUX MOMyJsIIIuii MUPOBOTO
HapoJOHAaceJeHUs B OTHOLIEHUN PAaCTIPOCTPAaHEHHOCTH
byHKUMOHANTBHO 3HaYMMOM MyTauuu 326Cys. YacToTsl
ajutesnieil atoro noauMmopdusMa y abxazoB oka3ajluch
OJIM3KU K TJ100aTbHBIM CPEIHEMUPOBBIM 3HAUCHUSIM.
Takum obpa3oM, TaHHBIE HACTOSIIETO0 UCCIEIOBAHUS
MPEACTABJISIOT HOBYIO MOMYJSIIMOHHO-Te€HETUYECKYIO
“HGOpPMaNKMIO, BaKHYIO IJISI BBISICHEHUST XapakTepa
pacrpocTpaHeHHOCTH BapuaHTOB 1s1052133 Ser326Cys

30

MEOVUNHCKAA TEHETUKA. 2021. N29



ISSN 2073-7998

MEQNLUNHCKAA TEHETUKA. 2021. N°9

CIN
GIH

- PJL

KOR

ASA

¥YRI
GWD
ASYW
ESN

I MSL

I IRN

F TSI

I LWK

I+ IBS

- FIN

EGT

CEU

- GBR

- NIN
TUR
ABH

CHB

CHS

[ CDX
TUWN

Puc. 2. [leHaporpamMma MeXnonynauroHHbIX FreHeTUYecKknx pacctoaHuin D, no Heto [22]. Tpex6ykBeHHble 0603HaUeHNsA NONynALMi COOTBETCTBYIOT Ta-

KOBbIM B Tabnuue.

(977C>G) B monysiumsax. JanpHeliee n3ydeHue re-
HeTn4yeckoro noauMopdusma OGGI1 MOXET CITOCO0-
CTBOBATb BBISIBJICHUIO CBSI3aHHBIX C HUM 0COOEHHOCTE
cnemnUISCKUX MAaTOJOTMUECKUX COCTOSTHUI, a TaKKe
MOTYT OBITh IOJIE3HBI JJISI IIPOSICHEHUSI BOIIPOCOB 9BO-
JIIOLUMOHHON UCTOPUM STHUYECKUX TPYIIIL.
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