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Abstract. The pathogenesis of breast cancer associated with exposure of estrogens, which realize their
biological effect through the receptors encoded by different genes, including transcription factor £SR1. ESRI gene
expression varies in different types of tumors. Therefore ESR1 gene can be considered as a molecular marker for the
development of individual approaches to treatment using aromatase inhibitors or selective estrogen modulators for
the identified phenotypes.

We compare the distribution of genotypes and allele frequencies of the £ZSR! gene (152046210 and rs3757318)
between breast cancer patients and control groups in the Kazakh and Russian ethnic groups. We did not find
association of these polymorphisms with the risk of breast cancer in both ethnic groups, though in some world
populations association was found.
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AnHotanmusi. PasBuTme paka MOJOYHOHM KEJE3bl TECHO CBA3aHO C BO3JACHCTBHEM 3CTPOTCHOB, KOTOPBIC
peanm3yroT cBoif Omoyormueckui ekt depes peuenTopsl, KOIUPYEMBIE PAa3HBIMH TS€HAMH, B TOM umcic KSR/,
SIBILTFOINMMCSL  TPAHCKPHIIMOHHBIM (pakTopoM. I'eH FSR/, 3KcmpeccHsi KOTOPOTO BApBHPYET B PA3HBIX THIAX
3I0KAYECTBEHHBIX OIYXO0JICH MOKHO pacCMaTpHBaTh KAK MOJICKY JLIPHBIH MapKep 11 Pa3pabOTKU HHANBHULY ATbHBIX
MOJXOJ0B B JICUCHHH C MCIOJIb30BAHHEM HHTHOMTOPOB apOMATA3bl MIIH CEJICKTHUBHBIX 3CTPOTCHOBBIX MOJYISITOPOB
JUTS BBUIBJICHHBIX PA3IUIHBIX (DCHOTHIIOB.

[IpoBeacHO CpaBHCHHC PACTPCICICHHSA TCHOTHIIOB M 4acTOT ajuenci reHa FSRI (152046210 u rs3757318)
MEKIy OOIBHBIMH PAKOM MOJIOYHOH KENIE3bI M KOHTPOJIbHON TPYIIIEI B Ka3aXCKOM U PYCCKOM 3THHYCCKHUX TPYIIIAX.
B ormiune 0T psgaa MHPOBBIX MOMY/IAMHH, HAMH HEC BBIABICHBI ACCOMHALMH JAHHBIX MOMHMOP(PU3MOB TeHa SR/ ¢
PHUCKOM Pa3BHTHA PAKa MOJIOYHOM KEJIE3bl B 00CHUX 3THHUCCKUX IPYIIIAX.
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B nacroamee BpeMs uacHTH(UIMPOBaHO ABa THHA 3cTporeHoBbIX perentopos: ERa m ERP [1, 2].
Penentopsr sctporena amsda (ER-o, ESR1) sBasrorcs wineHamMu ceMEHCTBA SACPHBIX PELIEITOPOB,
PETYIHPYIOIUX TPAHCKPHUIIIAIO TAPTETHBIX TEHOB, COACPIKAIMX JJIEMEHTHI, OTBETCTBEHHBIE 3a
cBa3bpiBaHUE 3cTporeHa. ERs mmpoxo mpenctaBieHBl HE TOMBKO B PENPOIYKTHBHBIX OpraHax, HO U B
MO3r¢, MOYKaX, MOJIOYHBIX KEIe3ax, Koxke, KocTax [3]. OCHOBHOEC WX MPEIHAZHAUCHHUC 3AK/TIOYACTCS B
KOHTPONE Ppa3BUTH W (PYHKLIHOHHUPOBAHMS JKCHCKOH PEHPOAYKTUBHON CHUCTEMBI M OOCCIICUCHHH BCETO
KOMIUICKCA MCPONPHUATHH, HANPABICHHBIX HA IOATOTOBKY JKCHCKOT'O OpPraHu3Ma K OCpPEeMEHHOCTH,
BBIHAIIMBAHUIO IU104a W pojam. [IoMHMO 3TOro, 3CTpOreHsl VYaCTBYIOT B PETVILILHH MeTaboIn3Ma
KOCTHOH TKaHH (MOAICPIKAHHE MPOYHOCTH M TNPEAOTBPAIUCHHE PE30pOLMU KOCTEH), BBIACIUTEIBHOU
cUCTEMBI (PEryIsanus BOXHO-COJICBOrO OOMCHA), a Take B ()YHKUHOHHUPOBAHUHU CEPIACYHO-COCYIAMCTON
(moHMXKCHHE YPOBHA LUPKYIHPYIOIIUX B KPOBH JIMIMAOB UM 3alllUTA OT AaTepocKiIepo3a) u
HEHPOIHIOKPUHHOM cUCTEM [4].

OTpHUATETPHOE  BIHSHHUC SCTPOTCHOB  BBIPAXKACTCS B CTHMYIDIOMH — KaHLEPOTCHE3a B
TOPMOHO3ABHUCHUMEBIX OPraHax M TKaHAX. SBISASACH KIIOUCBBIMA HHOYKTOPAMH H  MPOBOJHHKAMU
BHYTPHUKIICTOUHBIX NPOTH(EPATHBHBIX CHUTHAIOB, OCTPOTCHBI (ITIABHBIM 0O0pa3zoM 3CTPaguon) mpu
OMPEIEICHHBIX YCIOBUAX CIOCOOHBI CTHMYIHPOBATE POCT JOOPOKAUECTBCHHBIX W 37IOKAYCCTBEHHBIX
ONyXOJEeH B JMHTEIMHA MOJOYHOM JKEIE3Bl, 3HAOMETPHS W IEHKH MATKH, JMHUTEINM W 3HIOTEIHH
CMBUCTHIX (TOpPTaHb, MUINCBOJ, HpsAMas KUINKA). JIOKadbHOEC MOBHIIICHHE KOHICHTPALIMH 3CTPOTCHOB
MOJKET OBITh CICACTBHUEM VBEIUYCHHS akTHBHOCTH (epmenTta apomarasel (CYP 19), xotopas semaercs
KITIOUCBEIM (PepPMEHTOM CHHTE3a SCTPOTCHOB M3 aHAPOTCHHEBIX MTPEAIIESCTBEHHUKOB [3].

U3BecTHO, YTO B HECH3MCHCHHOM TKaHH M J0OPOKAYCCTBCHHBIX HOBOOOPA30BAHMAX MOIOYHOU
skenes3nl peuentoper EP (actporena) u TP (nmporectepona) oOHAPYKUBAKOTCH 3HAYMTEIBHO PEIKE U B
MCHBIMUX KOJWYCCTBAX, YCM B TKaHH omyxoiu [6, 7]. B pakoBeIX KICTKaX YPOBCHb PCLCHTOPOB
CTCPOUAHBIX TOPMOHOB MOKET KoOIeOaThCd, UTO, BCPOSATHEE BCErO, CBA3aHO ¢ OHOIOTrHUECKON
TETCPOrCHHOCTBIO OMYXOIH, CTCICHBIO ¢ An(PepeHIMPOBKU U NPOIr(epaTUBHON aKTHBHOCTBIO KIICTOK.
[Toxazano, 4TO B peLENTOP-HETaTHBHBIX OMYXOJIX HponudeparuBHble mporeccs npotekaror B 10 pas
AKTHBHCE, YCM B PCICUTOP-TIOI0KUTCIBHBIX [8].

OxHUM U3 KITFOYECBBIX MOMCHTOB B MATOTCHE3E OMYXOJICBOTO POCTA TOMHHAIBHOTO paka MOIOYHOMN
JKENIE3bI SBSCTCS akTHBALMS peuentopos 3crporeroB anbda [10]. Axkrusauus ERo, pacnonoskeHHBIX B
LUTO30JI€ KJIETKH, OCYINECTBIAETCA JBYMA OCHOBHBIMHM IIYTSAMH. KIACCHYECKUM T'€HOMHBIM,
peaTn3yeMBIM  TTIOCPEACTBOM  BO3ACHCTBHA JCTPaaMONia, M HEKIACCHUECKUM T€HOMHBIM — TIOX
BO3JCUCTBUEM POCTOBBIX (hakTopos [10].

OVHKIMOHATBHYIO HMHAKTHBALMIO TeHa FSR/ CcUMTAIOT TI71aBHOM TPUYMHOH TOPMOHAIBHOMN
PE3UCTCHTHOCTH KIIETOK paka MOJIOYHOH >kenesbl. B mocieaHee BpeMs MPHUIITIO OCO3HAHUE TOro (akra,
yto ESRI SBNSCTCS TCHOM-CYNPECCOPOM, MOAYIUPYIOINAM KICTOUYHBIH pocT u auddepenuuporky. Ero
(OVHKLUH CTPaJaroT MpH Pa3HEIX $opMax 3IOKaUYeCTBEHHBIX HOBOOOpasosaHnuid. B mpoMoTtopHoii obnactu
ER nmeerca CpG-0cTpoOBOK, THICPMETHIHPOBAHUE KOTOPOTO BO MHOTHX THHHAX TPAHC(HOPMUPOBAHHBIX
KICTOK COOPSDKCHO ¢ mogasiacHueM  akcopeccuu  [11].  Ormeucna ueTkas — accormanus
runiepmeTunuposanus CpG-octpoeka ER co MHOrnMu Buaamu onyxoseH denoseka. BeeaeHue B KIeTKH
3THX OmyXOoneh konuu reda KSR/ 3amensuio ux poct [12].

Marepuajbl H METOABI

B wucciaenosaHue, NPOBEICHHOE METOAOM «CIYYaH-KOHTPOIb», BKIOUCHB obOpasusl JHK,
BBIJCJICHHBIX W3 BCHO3ZHOU KPOBH MAIMICHTOK € KJIMHHYECKH MOATBEPKACHHbIM auarHozom PMOK u
MPAKTUUCCKH 3A0POBBIX MKCHIIHMH O€3 OHKOJIOTHUCCKUX 3a00NICBAaHUH N0 CEMEHHOMY aHAMHE3Y Ka3aXCKOU
U PYCCKOU HanmoHanbHOCTEH. 3ab0p KpoBH npoussoantcs y nanueHtos Kazaxckoro HUU onkonormu n
pammonornu M3 PK, r. Anmarel u AJMaTHHCKOTO OHKOJIOTHUECKOTO JHCHIAHCEpa, IMpH
vH(OPMHUPOBAHHOM COTJIacHH OONBHBIX. 3a00p 00pa3sloB KPOBU 3A0POBBIX JOHOPOB IMPOBOAWICI B
l'opoackom nieHTpe KpoBy, T. AIMAaThl.

Brigenenue renomuoit JIHK u3 nefikonmMToB KpOBH MPOBOAWIH € HCIOIB30BAHUEM HAOOPOB (HPM
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“Quigen” u «Axygen» (CIIA) B cooTBeTcTBUM ¢ peKOMEHAyeMbiMU mpoTokojgamu. Tag-/IHK-
MOJUMEpPasa, MapKEpbl  MONCKy/sipHoM  Maccel  —  pecrpuimposannas JHK  pUC19/Kz09,
OIIUTOHYKJICOTUAHBIC TMpaliMEepbl W SHAOHYKJICA3bl PECTPHUKLMH MOIYYCHBI OT (UpMBl «CHODH3UMY,
Poccus.

Onrummzanus U otpabotka ycnosuii [ILP peakuyn npoBoannack HHIUBHAYATBHO A KaKIOTO
JOKyCa HCCICAYEMOro ICHA NPH TPATUCHTHOM CICKTPE TEMIeparyp Al moadopa ONTHMATbHOU
TEMICPATYPHl I KKIOH mapsl mpaiMepos. IlocneaoBaTenbHOCT OMHIOHYKICOTHIHBIX NpaliMepoB
noadupanack WHIWBHAYATBHO A1 TCCTHPYEMOrO VYacTKa € HCIONB30BAHHEM MNporpamMMel Primer
3(v.0.4.0). Ammudukaunonnas cmech nuda [P anamuza ¢ Tag-nmomumepasoii cogepxkana 60 MM Tpuc-
HCI (pH 8.5); 25 MM KCI; 1,5-3,0 MM MgCI2; 0,1% Tpurton X-100; 10 MM 2-mepkanrostanona; 15 Hr
resomuoin JIHK; mo 2 oM xaxmoro uz mpaiimepos, cmecb dANTP (dATP, dGTP, dCTP, dTTP) mo 200
MKM kaxzaoro, 1 ¢x. Tag-nmomumepassr.

OnpeaencHUe OMHOHYKICOTHAHBIX 3aMCH B Jokycax reHa [LSR/I (rs2046210 u rs3757318)
MPOBOJIIN ¢ MOMOINBIO aHATN3a HOMUMOpQH3Ma JTHH pecTpuKUHOHHbIX (parmenTos (ITLIP-TTJAP®) c
HCTONB30BAHNEM CIEeM(PUICCKUX CHHTC3UPOBAHHEIX IO 3aKa3y OIUTOHYKICOTHIHBIX NPAaMEPOB U
MOCTEAVIOMMM PACICIUICHHEM aMIM(HKaTa COOTBETCTBYIOLICH SHIOHYKICA30H PECTPHUKLUM IS
pacmo3HaBaHus caliTa 3aMEHBI.

Hna npoeenenms TP u pectpukumonnoro aHamiza y4actka 152046210 rena ESR/ npumeHsn
cneayromue yenosust: 95°C — 3 mun, 35 muxios (95°C — 30 ¢, 60.5°C — 30 ¢, 72°C — 40 ¢), 72°C — 5 mun.
Hcnonp3oBaHbr npanMepbl caeayIomen HYKJICOTHIHOU MOCJIE J0BATEIbHOCTH: 5-
GTGGGTCAAGACCAGCATTT-3" — mpsamoii u 5 -GCATTCAGCTTCCCAATGAT-3" — obpaTHsiii.
Unky6ammo ¢ pectpukrasoii SfaNI mposomumu npu Temmeparype 37°C B TeueHHe 3 4acoB B
peCTPUKIIMOHHON cmecH, coaepskamueh 33 MM Tpuc-Ac, 100 MM MgAc, 66 MM KAc, 1 MM DTT,
100mxr/ma BSA, 1 ex. depmenTa.

Pexxum amrmudukaruun g monmumopduama rs3757318 rena SR/ ObLI CACAYIOMINM, HaYaIbHAS
JCHATYpanus (950C , 3 mun); 35 tukinoB avmmudukanuu: aeHarypauus 95 © C - 30 ¢; omxur 60.5° C - 30
c; cunre3 72 ° C - 40 ¢; 3akmounTenpHbiil cuate3 72 © C - 5 muH. [ocne ammandukanun [THP-npoaykTer
MOJABCPraqiuch TUAPOIM3Y DSHIAOHYKICAa3oH pectpukumu Bbyv/2l. HHkyGauyioo DPOBOAMIH TpU
temmeparype 37°C B TeueHue 3 4acos.

His ouenku uucrorel ¥ HatuBHOCTH BhiACAcHHONW JIHK wcnonbzoBanu rems-anckrpodopes B 8%
nomuakpunamugHoM rene (ITAAT). Ipu nposenenuu snexrpodopesa 5 miia npenapara JJHK cvemmBsanm
¢ 1-3 mxn 6ydepa qsa Hanecenus (0,25% 6pombenonosriii cuani, 0.25% xeunenuuanon, 40% caxapo3sa)
u noasepraiau 3ackrpodopesy B TAE Oydepe npu 100 B B reuenue 1 gaca. [Ipoaykrer amrmmdukaimu u
MOCTEAYVIOMEH PECTPUKLHN aHATU3UPOBAT METOAOM dyekTpodopesa B §% B NOTHAKPUIAMHIHOM Tele,
(TBE-6ydep). ®parmentsr pazgensan npu 40 MA B TCUCHHEC 3 4YaCOB M OKPAIIMBAIH OPOMHUCTBIM
STHAWEM, C MOCICAVIONICH Buayamuzauued B yiabTpadHOICTOBOM cBeTe. Pe3yiabTarhl COXpaHSId H
aHanu3upoBaiu B uudposom hopmare (reap-gokymentupyomas cuctema Biorad, USA).

JoCTOBEpHOCTh pa3nMUUi B PACHPEACICHUH TCHOTHIIOB M YacTOTaxX aiesiel pPacCUUTHIBAIU C
nomompro kpurepus IInpcona (), HaGIIOIACMOC PACIIPEACICHHE TCHOTHIIOB B BHIGOPKAX MPOBEPSIIN HA
COOTBETCTBUE ypaBHeHUIO Xapau-BaitnOepra (HWE). B kauecTBe uHIukaTtopa CTCIICHU CBSI3U MEIKIY
HaONMIOMACMBIMH 3HAUCHHUAMH aJUICICH M TCHOTHIIOB HCIOIB30BAIN OTHOImCHHE maHcoB (odds ratio -
OR), noseputensnbiii uaTepBan (confidence interval — CI). Mcnoas3osansr mporpammer Microsoft Excel
u Statistica 2003.

PesynbTaThl H 00cyKAEHHE

Tectuposanue rena ESR/ (rs2046210 u rs3757318) npoBoauiu ¢ MOMOIIBIO MOJUMEPA3HOH LCTHOH
peakuuu u aHaauza noauMmopdusma JMH pecTpukiuoHHbX (parmeHtoB (IILIP-IT/IP®). Haususie,
ONHKCHIBAIOIINE PACIPEACICHIE TCHOTHIIOB U YacTOThl ayuiened B monmuMmopdubeix cadtax 152046210 u
rs3757318 rena ESRI B Ka3axCKOH M PYCCKOM 3THUYCCKHX TIPYyMIaxX, MPUBEACHH B TaOmmmax 1 wm 2,
COOTBETCTBCHHO.
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Ta6muia 1 — Pacnipeenenue ameneii ¥ reHOTHIIOB mToimMopdmama rs2046210 rena ESRI
y GonpHBIX PMIK U 3710pOBBIX JIMIT B Ka3aXCKOM U PyCCKON STHUYECKUX IPYIIIax

ESRI 152046210 kazaxu
AJuienp, PMIK Konrpons 2 » OR 95% CI
TEHOTHUII

n=250 n=359
C 0.684 0.710 0.88 0.69-1.13
T 0.316 0.290 0.97 0.32 1.13 0.88-145
cc 0.456 0.501 0.83 0.60-1.15
c/T 0.456 0.418 122 0.54 1.17 0.84-1.62
T 0.088 0.081 1.10 0.62-1.96
ESRI 152046210 pycckue
AJuienp, PMIK Konrpons 2 » OR 95% CI
TEHOTHUII

n=212 n=289
C 0.719 0.742 0.89 0.67-1.18
T 0.281 0.258 0.65 042 1.12 0.85-149
cc 0.500 0.523 0.91 0.64-1.30
c/T 0.439 0.439 1.46 0.48 1.00 0.70-143
T 0.061 0.038 1.64 0.72-3.73

Tabmma 2 — Pactipeienenue TeHOTUTIOB U YacTOTHI allTene momumopdusma 1s3757318 rena ESR1
B Ka3axCKOH U PyCCKON STHIYECKUX I'PYINIax

ESRI 153757318 kazaxu
AJuienp, PMIK Konrpons 2 » OR 95% CI
TEHOTHUII

n=366 n=374
G 0.805 0.830 0.84 0.65-1.10
A 0.195 0.170 1.62 0.2 1.19 091-1.55
GG 0.642 0.682 0.84 0.62-1.14
AG 0.325 0.297 1.81 04 1.14 0.84-1.56
A/A 0.033 0.021 1.55 0.63-3.84
ESRI 13757318 pycckue
AJuienp, PMIK Konrpoins o
TE€HOTUIL n=254 n=293 2 p OR 93%Cl
G 0.892 0.903 0.89 0.60-1.31
A 0.108 0.097 0.36 0.55 1.13 0.76 - 1.67
GG 0.787 0.809 0.88 0.58-1.33
AG 0.209 0.188 0.39 0.82 1.14 0.75-1.74
A/A 0.004 0.003 1.15 0.07-18.55

Kak creayer u3 momyueHHbIX gaHHbIX (TaOnuuer 1, 2), accouumaimu nmonumopduzmos rs2046210 u
rs3757318 rena ESRI ¢ PMIK He BbISBICHBI HU B Ka3aXCKOMW, HH B PYCCKOH ITHHUYCCKUX TPYIMAX.
JaHHbBIE TIO pacTIPEAeICHHIO TEHOTHUIIOB U YacTOTaM aJiesicl B Tpynmnax KoHTpossd u nampeHTos PMXK B
Ka3aXxCKOH M PYCCKOH STHHYECCKUX IPYNNAaxX YKIAABIBAIOTCS B paBHOBecHe Xapau-BaitaGepra.

[TomyyeHHEIE Pe3yAbTaThl OTIHYAIOTCS OT AAHHBIX, MOKA3aHHBIX APYIMMH Uccaenosaresivu. Cpean
HaceneHus Cesepo-3amagnoro Kwuras Opima BbISBICHA accomuanid MHHOPHBIX aIeled JTOKYCOB
rs3757318, 133734805 u 152046210 ¢ puckom pazeurus PMXK (OR = 1.30, p = 0.005; OR =128, p =
0.006; OR = 1.20, p = 0.033, coorBetcTBeHHO). Bee tpu OHII (oxHOHYKICOTHIHBIC TOTHMOP(U3MEL)
MMCIOT 3HAYMMYIO accoumaruio ¢ PMXK B reHetnueckux momesix u aHanuzax crparudukanuu [13]. B
HCCICAOBAHUY, MNpoBeAcHHOM cpexu mnonyisiuuu HOxvoit Kopew, Oplna BbISBICHA accoLHanys
nosumopdusma rs2046210 ¢ puckom pazsurust PMXK. B uccrneaoBanue OblIH BKIIFOUCHBI BApUAOCIbHBIC
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yuactku 152046210 (6g25.1), rs2981582 (FGFR2), rs889312 (MAP3K1), rs3803662 (TOX3/TNRC9), u
rs4973768 (SLC4A7). Bee mate OHIT accounuposans ¢ puckom 3abosesanns PMIK B nomuanpyomux,
PCLECCHUBHBIX U aIIUTHBHBIX MOACsiX. bonee Toro, moaumopdusm rs2046210 Obln CBsI3aH ¢ HOATHIIOM
onyxoqu ER (-) HER2 (+) u ¢ TpoiiHBIM HErarMBHBIM MOATHUIIOM pPaKa MOJOYHOU xkemesbr [14].
COOTBETCTBCHHO, MOJICKYJIPHAS XapaKTCPUCTUKA OMYXOICH MOJOYHOM >KEle3bl MO HCCICAYECMBIM
MapKepaM MOXKET OBITh HCIIONB30BaHA Il IEPCOHATU3NPOBAHHOTO MOAX0Aa K JCUCHHI0 6onbHBIX PMIK.

B wucciaenoBaHuM, NPOBEACHHOM CPEAHM KHUTAHCKOTO HACENCHHS, OBLIO OOHAPYKCHO BIMSIHHUE
noaumopdusma B Jokyce 153757318 rena ESR/ na puck passutus PMIK. Ilomumo 3toro, nzyyamuce ere
4 momuvopgusma reHa FSRI u mommvopgusM 1s9383935 rena CCDCI70. Bputo moka3aHO, YTO PUCK
passutus PMK Obin csazan ¢ tpemsa OHIL noxanuzoBanueiMu B Jokycax 189383935 rena CCDCI70),
rs2228480 wu rs3798758 rema ESRI [15]. Ilpu mpoBeacHHM MeTa-aHAIM3a IS OLCHKH CTCICHH
accoumaruu nonumopduzma rs3757318 ¢ pakom MOIOUHOH Kene3bl ObLIO UCTONB30BaHO 62891 /65635
o0pasios cayuait/koHTposs. [lo otHomeHUO K amieau G, MUHOPHAS aieab A acCOLMUPOBAHA C PUCKOM
PMX mpu caeayromem mokazarene OR =1.21 (95% nopu CI=1.15 - 1.29, P<0.001), HO ¢ ouecBUIHOMI
HCOTHOPOTHOCTHIO MEXKIY MCCACIOBAHUIMHE Pa3nudHbIx dTHHUeCKuX rpymn (P=0.040) [16].

BaxxHOo OTMETHTB, UTO CYINECTBYIOT 3HAYUTCIBHBIC 3THUUCCKUC PA3MUYNA B PACIPOCTPAHCHHOCTU
TCHOTHUIIOB M YacTOT aUieiAed CpPeAu MNPCACTABUTEICH pPa3NMUYHBIX pPac M  HANMOHAIBHOCTCH.
Hcnonp3oBanue JaHHBIX O HAIHYUM acCOLMALMH MHOMUMOPPHU3MOB € TEHOMOCPEIOBAHHBIMU
3a00NEBaAHUAMH, MOIYICHHBIX B KOHKPETHOH MOMYIALNH, HCBO3MOXKHO B MPHUMCHEHHH K IPYTOH B CBA3U
¢ TeM, YTO MEIKIOIMYJIIUOHHBIC PA3uunsl B rmo0aIpHOM MACIITa0e M0CTATOYHO Beauku. B tabmwe 3
MPUBCACHEI PE3YJIbTATH OMPCACICHUS YacTOT ALICICH M PACIPEACICHUS TCHOTHIIOB B Pa3MHYHBIX
THHUYCCKUX Tpymmax (mo ganaeiM HapMap) B CpaBHCHHH € TPYNIAMH, H3YYacMbIMH B JaHHOM
HCCIICI0BAHNH.

Tabmma 3 — Pactipeienenue qacToT aiene U TeHOTUITOB TIOMMMOP(3MOB TeHa KSR B pasIMUHBIX TTOMTY ST

152046210, reu ESR1

Tommysmust Cc/C C/T T/T C T
HapMap-CEU (European) 0.477 0.469 0.053 0.712 0.287
HapMap-HCB (Chinese) 0.372 0.488 0.139 0.616 0.384
HapMap-JPT (Japanese) 0.511 0.360 0.128 0.691 0.308
Ka3axu (JJAHHOE UCCIIEJIOBAHUE) 0.501 0.418 0.081 0.710 0.290
pYCCKHe (JJaHHOE UCCIIEIOBAHHUE) 0.523 0.439 0.038 0.742 0.258
183757318, ren ESRI

TTomymsrust A/A A/G G/G A G
HapMap-CEU (European) - 0.134 0.866 0.066 0.933
HapMap-HCB (Chinese) 0.069 0.511 0418 0.325 0.674
HapMap-JPT (Japanese) 0.069 0.279 0.651 0.209 0.790
Ka3axu (JJAHHOE UCCIIEJIOBAHUE) 0.021 0.297 0.682 0.170 0.830
pYCcKHUe (JJaHHOE UCCIIEIOBAHUE) 0.003 0.188 0.809 0.097 0.903

IIpumeuanne. CEU — nonyssmus nieHTpanbHoil Erporsr, HCB —tonrymsnmst HapojHoctd Xanb, 1lekun, Kurait, JPT —
norryJsms Tokuo, Snonus

Kak crneayet u3 JaHHBIX, MPUBEACHHEIX B TaOIHLIEC, YACTOTHI AJUICNCH U pacipecICHUE TCHOTHIIOB B
vuacTke 152046210 rena ESRI B pyccKOM M Ka3axXCKOHM TPYINIC OTHOCHUTCIBHO ONM3KHM I10 3HAYCHHSIM
MEKIy coOOH M ¢ HONyJLHUCH LEHTPATbHOCBPONCHCKOTO MPOMCXOXKICHHA. UTO KacaeTcd JOoKyca
rs3757318 rena KSR/, BUIHO, 4TO PacHpeaCICHHUE YACTOT Q/UICJACH M ICHOTUIIOB B KA3aXCKOW TPYIIe
MPUOTKEHO K AMOHCKOH MOMYJSLUM, & PYCCKHE HMCIOT CXOXKHEC YacTOThl ¢ TPYIIOH €BPONCHCKOrO
MIPOUCXOXKICHHS.

Takum 00pa3oM, W3 peE3yJIbTATOB MPOBCACHHOTO HCCICAOBAHHA CICAVET, UYTO NOTHMOPGHHU3IMBI
152046210 u rs3757318 rena £SR/ He MOTYT paccMaTpuBarThes B KadectBe Mapkepos PMIK B kazaxckoit
" pycckod atHH4eckux rpymmax PK, HecMoTps Ha Hammume accoumaruu ¢ puckom passurus PMIK B
JPYTHX MHUPOBBIX TTOMYJIAHAX.
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KA3AKCTAH TYPFBIHJIAP APACBIHJIA ESRI TEH OJUMOP®W3M/EPIHIH
CYT BE3I ICITIMEH ACCOLIUAIIMSICBIH AHBIKTAY

L Mykyuikuana, MK, lepraii, T.H. Mupouinuk,
E.E. Aumpo6exos, LIL.7K. Tanaera, A.K. Xaunceurosa, H.9. AiiTxoxuHa

' KP BFM FK «M.O. AHTX0KUH aTBIHIAFEl MOTEKY APITBIK GHONOTHS YKoHE GHOXHMHA HECTHTYTED PMK, ATMATEI K ;
2 KPJICM OHKOIIOTHSI 5KOHE pammonorus KasF3U, Ammars k.

Tyiiin ce3aep: £SRI, scrporenaep, ¢yt 0eai iciri, KazakcraH momy simusuiapsl.

Annotamust. Cyr 0e3l ICITIHIH JaMybl OPTYpJl TEHACPMEH KOATAJNATHIH PELENTOPIAP APKBLIBI O31HTIK
OHOJNIOTHAIBIK  OCCP KOPCCTCTIH AICTPOTCHACPMCH TIKCICH OalNaHBICTBL, CON  TCHACPAIH  KaTapbHIAA
TpaHCKpUNIKUILIK (hakTop £SR/ 6ap. Kenreren Karepi icik Typaepinae £SR /! TeHiHIH 3KCIPECCHACH Oip KAIBINTHI
emec, cox cebenTi FSR/ TCHIHIH aHBIKTAIFaH (PEHOTHITEP] YIIIH apoMaTa3a HHrHOHUTOPIAPIbl HEMECE CEICKTUBTI
3CTPOTCHIIK MOIYIATOPIAPABI KOJJAHBIN KCKE EMACY SJICTEMENepal KETUIAPY VIIH MOJEKYJAIbIK MapKep
peTiHzAe KapacTsIpyFa OOIazbl.

Kazak >koHE OpBIC STHHKAIBIK TONTAPBIHBIH CYT O€3i ICITIMEH aypaThiH >KOHE OAKbLIAY TONTAPBIHBIH
apacwiHgarsl FSR/ reHiHiH (152046210 sxoHe 1s3757318) amnensaep sKHATIri sKOHE TEHOTHIITEP Tapaiybl OOMBIHIIA
CANBICTBIPY JKYPTi3irmi. 3epreinreH €Ki STHHKANBIK TONTAPIABIH KeiHOlp AyHHE >KY3UTik Oacka momysmmsiapia
KOPCCTLITCH MOTIMCTTCPACH ©3TCIICTIri OCHI MO THMOPQHU3MACPAIH CYT O¢31 iCiTiHIH 1aMy KayimiMCH acCOIHANHACHI
AHBIKTAJIMAIBIL.
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