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HNCCIEJOBAHME I'EHA C220rf20 Y BOJIbBHBIX CAXAPHBIM JTUABETOM 2-I'0O
THIIA C CONYTCTBYIOIMENA MEYEHOYHOM MATOJIOTUEHA B AKYTUA
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HccnenoBanus 3apy0e;KHBIX M 0T€4eCTBEHHBIX YUEHBIX CBHETEIHCTBYIOT 0 YACTOM COYETAHUH HEAJTKOI0JIbHOIT
skupoBoii 0osie3nn neyeHu (HAJKBII) u caxapHoro nuadera 2-ro tuna (CA 2-ro tuna). CoyeraHue TaHHBIX
3a0o/1eBaHMii OTArOLWIAeT TedyeHHe APYr APYra, 3HAYNTEJHLHO NMOBBIIIAS BEPOSTHOCTH PA3BUTHA y NalUeHTA
(pudpo3a neyenu, renaToUeIIOIAPHON KAPUMHOMBI M CePIeYHO-COCYIMCTHIX 3200JIeBaHUI, a TaK:Ke BbICOKOIi
cvepTHocTU. Ileb: M3yueHue pacnpenesieHHsl YacTOT ajulesiell CpeAM PYCCKOr0o M SIKYTCKOTO HaceJeHHsI
Pecnyoamkn Caxa (SIkytusi), a Takike NMOMCK accouuanuii noaumopguoro Bapuanta rena C220rf20 (rs738409
C>G) c 3a001eBaHUAMM TeYeHH Y NANUEHTOB, cTpagaommux CH 2-ro Tuna. /st uccjieg0BaHUs UCIOJIb30BaHbI
oopasupl JHK (n=178) ¢ auarnozom CJI 2-ro TMHa M CONMYTCTBYIOIIMMH 3a00/1eBAHUSIMU TeYeHU (IUATHO3
BepU(pUIUPOBAaH B MEIUIMHCKHX OPraHM3alUsX IO MeCTy KHTeJIbcTBa). B cocraB BbIGOpkH Bomuim 27
MAIUEHTOB pycckod M 151 manmueHT AKYTCKON HanMoHanbHOcTel. ['pynnoii cpaBHeHHs CIy;KWJIa BbIOOpKA W3
135 310poBBIX [100pPOBOJBIEB PYCCKOHl HANMOHAILHOCTH U 246 310pOBBIX JA00POBOJIBLEB SKYTCKOIi
HAIHOHAJIBHOCTH. AHAJIN3 pacnpeleieHUs] YacTOT ajlesieili M TeHOTHNOB MOJUMOP(HOro BapHMaHTa reHa
C220rf20 (rs738409) B n3yueHHBIX BHIOOPKAX MOKA3aJ Pa3iudne MeXKIY IKyTAMU M PYCCKHMMH KaK y 3A0POBBIX
J100pOBOJIbIIEB, TAK U CPEAN CTPAJAIOIINX 3200/1€eBAHMAMU MeYeHU. Y CTAHOBJIEHO 10CTOBEpPHOE OTJIMYHE MEKAY
YacToTaMM TeHOTUNOB M ajjeneii rena C22orf20 (rs738409) y pycckux M fIKYTOB KakK CpeI 3I0POBBIX
100poBOIbLEB, TaK U Y 00JbHbIX C/ 2-ro THNA ¢ 3a001eBaHMAMH NevyeHn. YacToTa BeTpeyaemocTH ajuiens G B
rpyiie 3J10poBbIX sIKYTOB ObLi1a gocToBepHO Bhimie (OR — 3,085; 95% CI: 2,260 — 4,210; p<0,001), yuem B rpynme
310poBbIX pycckux. [Ipu ananuse pacnmpeneeHusi YacTOT TeHOTHUNIOB M aJljiesieil cpeau 310pOBOii BHIOOPKH U
BHIOOPKH MAINMEHTOB C 32001€BAHUSIMH NMEYEHH KAK B PYCCKOM, TaAK U B AKYTCKOW NMOMYJIAIUSX T0CTOBEPHBIX
pa3au4nii He 00HApYKeHO.

KiroueBrle ciioBa: reH aanonoHyTpuHa, nomumopdusm, C220rf20, PNPLA3, ADPN, 15738409, 1148M, C]] 2-ro Tuma,
HAXBII

RESEARCH ON C220rf20 GENE IN PATIENTS WITH TYPE 2 DIABETES MELLITUS
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Studies of foreign and domestic scientists show the frequent combination of non-alcoholic fatty liver disease
(NAFLD) and type 2 diabetes mellitus (type 2 diabetes). The combination of these diseases aggravates each other,
significantly increasing the likelihood of the patient developing liver fibrosis, hepatocellular carcinoma and
cardiovascular diseases, as well as high mortality. Aims: study of the frequency distribution of alleles among the
Russian and Yakut population of the Republic of Sakha (Yakutia), as well as the search for associations of the
polymorphic variant of the C220rf20 gene (rs738409 C> G) with liver diseases in patients with type 2 diabetes.
The study used DNA samples (n=178) diagnosed with type 2 diabetes and concomitant liver diseases (the
diagnosis is verified in medical organizations at the place of residence). The sample included 27 patients of the
Russian and 151 patients of the Yakut nationalities. The comparison group was a sample of 135 healthy
volunteers of Russian nationality and 246 healthy volunteers of Yakut nationality. Analysis of the frequency
distribution of alleles and genotypes of the polymorphic variant of the C220rf20 gene (rs738409) in the studied



samples showed the difference between Yakuts and Russians in both healthy volunteers and those suffering from
liver diseases. A significant difference was found between the frequencies of genotypes and alleles of the
C220rf20 gene (rs738409) in russians and yakuts, both among healthy volunteers and in patients with type 2
diabetes with liver diseases. The frequency of occurrence of the G allele in the group of healthy yakuts was
significantly higher (OR- 3.085; 95% CI: 2.260 - 4.210; p <0.001) than in the group of healthy russians. When
analyzing the distribution of frequencies of genotypes and alleles among a healthy sample and a sample of
patients with liver diseases, both in the russian and yakut populations, no significant differences were found.

Keywords: adioponutrin gene, polymorphism, C220rf20, PNPLA3, ADPN, 1s738409, [148M, Type 2 diabetes, NAFLD

Caxapusbrii tuabet 2-ro tuma (CJ] 2) sBiseTcs OMHUM W3 COIMAIBHO HamboJiee 3HAYMMBIX
naronoruii B PecnyOnuke Caxa (Skyrtus). CHMKEHHE YyBCTBUTEIBHOCTH TKaHEH K HHCYJIUHY
(MHCYTHHOPE3UCTEHTHOCTH), KOTOPOE SIBISIETCS OCHOBOM 3a0oneBanus CJ] 2-ro tuna, mpuBOIUT K
HapYUICHHUSIM YTJIEBOAHOTO W JIMITMTHOTO OOMEHa BCEr0 OpraHuW3Ma U B MEPBYIO OuYepeb MEYCHU,
YTO B CBOIO OYEPeIb 3a4acTyl0 BEAET K pa3BUTHUIO TsDKEIBIX 3a0oseBaHui medeHu [1].
MHoOrouyuciaeHHbIe UCCIEN0BAHMS MTOKA3BIBAIOT YacToe coueranne C/[ 2-ro Tuna v HeanKoroabHOM
xupoBoit 6onesnn neuenu (HAXDBII), xotopas xapakTepusyercs HaKOIUICHHEM IUMUAOB KaK B
caMHuX remarouuTax, Tak U B MEXKJIETOYHOM IpocTpaHcTse [2]. Pacnpocrpanennocts HAJKBIIT
cpenu naruenToB CJI 2-ro tuma cocrapiser 60—80%, a gactora pa3zsutus HACI — 12-40% [3, 4].
Ilatorenernueckue Mexanm3smMbl HAXKBII u CJ[ 2-ro tuma TecHO B3amMmocBsizaHbl. CoueraHue
JTaHHBIX 3a00J€BaHUI OTATOLIACT TEUEHUE APYr Apyra, 3HAYUTENIHHO TOBBIIIAs BEPOSTHOCTH
pa3BuTHs y nanueHnta ¢ubpo3a nedyenu. SAsnsercs mu HAXDBII cienctBueM winm NpUYMHON
MeTaboIMYecKol TUCHYHKINU, B HACTOSIIECE BPeMsl HEU3BECTHO. 3a00JICBAaHUS TICUCHU HA PAHHEH
CTaIuY MPOTEKAIOT C HEBBIPAXKEHHON CUMMTOMATHUKOW UM 0€CCUMITOMHO, TOATOMY HEOOXoauMa
CBOEBPEMEHHAs TMarHOCTHKA U MPOQHUIAKTHKA 3a00JIeBaHUH MTEYSHH, B OCOOCHHOCTH y TAIIHEHTOB
¢ CI 2-ro tumna. M3yuenne MoneKkyasipHO-TeHeTHYecKoro mexanusma natorenesa HAXBII Oyner
CIOoCcOOCTBOBATH IOMCKY HOBBIX OMOMapKepoB 3a0oseBanus [4].

OmgHuM W3 KaHOWOATHBIX TE€HOB, BoBIeueHHBIX B mnaroreHes3 HAJXBII, sBagercs
naTaTUHNOA00HBIN (Qochonunasuelii qomeH-coaepxamuii 6enok 3 (C220rf20, PNPLA3, ADPN,),
TaK)KE W3BECTHBIM KaK aJUNOHYTPUH. AJUNOHYTPUH SIBISCTCS TPUAIWIITIMICPUH JIUITa30M,
KOTOpasi ONOCPEyeT TUIPOJIN3 TPHALMIITIIUIIEPUHA B aIUTIOIUTAX U MOKET UTPATh ONPEICICHHYIO
poib B dHepreTuueckoM obOmene. Ilomumopdusm 3TOro reHa ABISETCS MPEAUKTOPOM
nporpeccupytomiero teueHuss HAXKBIT u ocHoBHBIM (hakTOopom pucka Tpanchopmarun HAXBII B
uuppo3. HMccrnenoBanusi mokas3piBaioT, 4To monumMopdusm [148M MokeT mpencTaBisiTh OOIIUN
MonudukaTop pubporeHesa npu 3a00aeBaHUAX MEYSHH [5].

[lenbto Halero vcciaeAoBaHus SIBUIOCh M3yUEHHUE pacHpelesieHHus 4acToT ajuieneil cpenu
pycckoro u sKyTckoro HaceneHus PecnyOnumkm Caxa (SkyTus), a Takke IOHUCK acCOIHAIi
noaumopdHoro Bapuanta resa C22orf20 (rs738409 C>G) ¢ 3a00neBaHUAMU [I€YEHU y NAIIMEHTOB,

crpanaromux CJ[ 2-ro Tuna.



Marepunana 1 MeTOABI HCCIEI0BAHUS

UccnenoBanus monmumopdusma [148M rena C220rf2(0) mpoBomuiauch B J1abopaTopuu
HACJIEICTBEHHOM IaTOJIOTUM OTJEela MOJIEKYJIPHOW TE€HETUKH SIKyTCKOro Hay4HOro LEHTpa
KOMIUIEKCHBIX MeauuuHcKuX mnpobdnem (SIHL[ KMII). s uccnenoBaHus MCIOIB30BaHBI 00pa3Iibl
JHK wu3 xomnekuu 6momatepuana SIHI[ KMII. Beibopka mcciemoBaHHBIX JIMII COCTOsIa U3 178
MalMeHTOB  JHIOKPUHOJOTHYECKOro  oTheneHuss  PecrnyOnmkanckord — OonmbHuMmbl  Ne 2
I'ocynapcTBeHHOTo OOJKETHOrO yupexaeHus «LIeHTp SKCTpeHHOH MeIMIMHCKONM HOMOILU» ¢
nuarHo3oM «CaxapHblii nuaber 2-TO TUNA» W COMYTCTBYIOUIMMM 3a00JIE€BAHUSMHU II€YCHU
HenH(pEKIMOHHOro TeHe3a. B coctaB BbIOOpKM Bouuid 27 manueHToB pycckod u 151 manmeHt
SAKyTCKOW HaluoHanbHOCTeH. KpuTepusMu BKIIOUEHHMS B HCCIEJOBAHUE OBUIM: OTCYTCTBHE
MOPaXEHUSI TEYEHU XPOHMUYECKUMHM BHUPYCHBIMH Te€MaTHUTaMHU; Yy BCEX HCCIEAyeMbIX ObUIN
UCKJIIOUEHBI: ayTOMMMYHHBI TENaTUT, TMEPBUYHBIA OWJIMApHBIA  XOJAHTUT, TEPBUYHBIN
CKJIEpPO3UPYIOIIMN XOJAHTUT, HACJIEICTBEHHBIH reMoxpomMaro3, 0oie3Hb Bunbcona—KonoBanosa;
OTCYTCTBHE 3J10ynoTpeOneHus ankorosnem (> 30 r/m).

I'pynmoii cpaBHeHMs choykuia BblOOpka U3 135 310poBBIX J10OPOBOJIBLIEB PYCCKOM
HAIIMOHAJILHOCTH U 246 310pOBBIX TOOPOBOJIBIEB SKYTCKOM HAIlMOHANBHOCTH. B uccinenoBanue
ObUIM BKJIIOYEHBl YYAaCTHHKH, 3aIlOJIHUBIINE aHKETY, 0700peHHY10 JIoKaabHBIM KOMHUTETOM IO
onomenumuHckoil sTuke mpu SHI[ KMII m noGpoBonbHO moamucaBiine HWHOOPMUPOBAHHOE
COIVIACHE HA IPOBEACHHE TE€HETUYECKOrO0 HCCIeAoBaHusA. /[l ydacTHMKOB, HE JOCTUTILHX
COBEPILEHHOJIETUS, 3alOJHEHUE AaHKeT U MOANUCaHMEe HHGOPMHPOBAHHOIO  COIJACUs
OCYLIECTBJISIIM POJUTENN. DTHUYECKAs! IPUHAJIEAKHOCTh YUNTHIBAJIACH 10 TPETHErO MOKOJIEHUS.

Brinenenne renomuoit JIHK mpoBomunmocs craHmapTHeIM — METOAOM  (DEHOIBHO-
XJOPOOPMHOM  AKCTPAKIMU W3  3aMOPOKCHHOW  IEIbHOM  KpOBH. | €HOTHIIUpOBaHHUE
ofHOHyKiIeoTuaHoro noiaumopdusma (SNP) 1148M (rs738409) obpasuoB JHK ocymectisiin
MyTeM aHalM3a NPOAYKTOB ToiuMepasHod wnenHod peakmuu (IIHP) — ammouduxanun
cnenu(UYecKux y4YacTKOB Te€HOMa C TMOCJICHYIOIUM aHAJTU30M TMoiMuMopdu3Ma  UIMH
pectpukinoHHbIX (pparmenToB (I1IJIPD).

VYcinoBust MpoBeAeHUs aMIUTU(pHUKAIMKA OONAacTH TeHa, COAEpIKALIero MOJUMOPQHBI
BapHaHT, C YKa3aHUEM IIOCJIEI0BATEIBHOCTH OJMIOHYKICOTHAHBIX MpPaliMEPOB, HUCIIOJIb3YEMOM
PECTPUKTAa3bl U AJIUH PECTPUKIIMOHHBIX ()parMeHTOB, MIpeICTaBICHbI B Tabauue 1.

Taobmnuma 1

YcnoBus IMPOBCACHU aMHJ'II/I(l)I/IKaI_II/II/I



Jnuna
Ycnosus npoBeneHus | Jnuna
[Ipaitmep (parmeHToB
[P ammmudukata | Pectpukrasza
PECTpUKIINH
F: 5-
1.95°C — 5 mun
TGGGCCTGAAG CC-200, 133
2.(94°C — 30 cexk; 66°C —
TCCGAGGGT-3’ CG - 333, 200,
30 cek; 72°C - 40333 m.H. BstF5 1
R: 5- 133
cek)*37
CCGACACCAGT GG -333
3.72°C -5 muH
GCCCTGCAG-3

OmpenenieHne TEHOTHUIIOB MPOBOAMIOCH aHATU30M pa3MepoB 0Opasyromuxcsi (parMeHTOB
(pecTpuKTOB) MyTeM Tenb-ekTpodopesa Ha 4%-HOM arapo3HOM rejie ¢ OpOMHUCTBIM ATHIUEM B
CTaHJApTHOM TpHc-anieraTHOM Oydepe mpu 120 B B Teuennme 1 wyaca. Busyanmzanuto
PECTPUKIIUOHHBIX MMPOAYKTOB MPOBOAMUIN C UCIIOJIBE30BAHUCM FeJ'IB-JIOKYMCHTI/Ip}IIOIlIef/'I CHUCTEMBI B

UV-nyuax (Vilber Lourmat, ®@panrus) (puc).

| S R L W - el . B s S "

g .

M1 2 3 45 6 7 8 9 10 11 1213 14 1516 17

GG GG GC GG GC GC GC GG GG GG GG GG GG GC GG GG CC

333 333 333 333 333 333 333 333 333 333 333 333 333 333 333 333 200

bp bp 200 bp 200 200 200 bp bp bp bp bp bp 200 bp bp 133
PUC19/ 133 133 133 133 : 133 bp
+Mspl bp bp bp bp bp

Onexmpogopezpamma pezyromamos [ILP-II/[P® ananuza M — mapxep PUC19/+Msp 1. 1, 2, 4, §,
9,10, 11, 12, 13, 15, 16 — ecenomun GG, 3, 5, 6, 7, 14 — eenomun GC, 17 — cenomun CC. bp — nap

OCHOBAHUU

OOpaboTKy NMaHHBIX HCCJIEAOBAHHS MPOBOAWIN CTAaTHCTHUYECKUMHU mporpammamu «Office
Microsoft Excel 2010» u «Statistica 8.0». HactoTy anneneit u reHOTUIIOB nosmmMopdu3ma rs738409

reHa C22orf20) npoBepsuln Ha COOTBETCTBUE paBHOBecHio Xapau—BaiinOepra (PXB) ¢ momorsio



TouHOTO Tecta Dunrepa. YacToTy ayuieneil 1 reHOTUIIOB MKy BBIOOPKAMU PYCCKHX U SIKyTOB, KaK
OONBHBIX, TAK M 3/0POBHIX, CPABHUBAIH C MCIIONB30BAHHEM KPHTEpHs ¥> ¢ TOMPaBKOH Werca Ha
HETPEPBIBHOCTh. Pe3ybTaThl CUNTATUCH 3HAYMMBIMHE TTpH 3HaYeHuU p MeHbie 0,05 (p<0,05).

Pe3yabTaThl M 00Cy:KIEHHE

AHanu3 pacnpeleneHuss 9acTOT ayulesied W TeHOTUIIOB IMOJIMMOP(HOrO BapHaHTa TEHA
C220rf20 (rs738409) B n3yueHHBIX BHIOOPKAX MOKa3ajl pa3audyue MEXKIy SKyTaMH U PyCCKUMH Kak
y 30POBBIX TOOPOBOJBIIEB, TAK U CPEIU CTPATAIOIINX 3a00JIE€BaHUSIMU TeueHH (Tadm. 2).

Tabnuna 2

YacroTa BCTpe4aeMOCTH ajuieniel 1 reHoTumoB nojaumopdusma rs738409 rena C220rf20 y pycckux

U SIKYyTOB
Koui- I'enotun, % Annens
I'pymmsl Pacnp x2 p
BO CC CG GG C G
Pycckue, H 40,0 | 26,7 | 33,3
MOMYJIALIMOHHAS 135 0,533 | 0,467 | 29,101 | 0,000
0] 28,4 | 49,8 | 21,8
BBIOOpKA
Ayt H 13,8 | 26,4 | 59,8
NOMyJIAUOHHAas | 246 0,270 | 0,730 | 26,825 | 0,000
BBIOOpPKA O 73 | 394 | 532
bonbHbie H 9,9 | 298 | 60,3
SIKYTCKOU 151 0,248 | 0,752 | 6,147 | 0,013
0] 6,2 37,3 | 56,5
HAIlMOHAJIbHOCTH

H 33,3 | 25,9 | 40,7

27 0,463 | 0,537 | 6,185 | 0,013
O 21,4 | 49,7 | 28,8

bonpHbIE pycckon

HaIlMOHAaJIbHOCTH

[Mpumeuanune: H — nabnronaemoe pacnpenenenue, O — 0KuIaeMoe pacipeesieHne

Boibopka  370pOBBIX ~ MAallMEHTOB  PYCCKOM  HAallMOHAJBHOCTH  XapaKTepU30Balach
HauOOJIBIIIUM KOJIMYECTBOM HOcHUTeNled romo3urotHoro reHotuna CC, Torma Kak B BBIOOpKax
naiueHToB ¢ CJI 2-ro Tuma mpeoOnaganu HOCUTENW TroMo3urotHoro renotuna GG. Cpeau
narenToB ¢ CJl 2-ro Tuma W 3740pOBOM BHIOOPKM SIKYTCKOM HAlMOHAJIBHOCTH HauOOJIbIIee

KOJIMYECTBO ObUIO HOcuTeNer renorumna GG.



[Ipu cpaBHEHMHM YacTOTHI ajyieJed U F€HOTUIIOB Yy 3J0POBBIX JOOPOBOJBIEB SIKYTCKOW U

PYCCKOM HAaIIMOHAJIBLHOCTEN UMEETCSI TOCTOBEPHOE PA3INYUE KaK MEX/1y 4YaCTOTaAMU F€HOTHUIIOB, TaK

U MeXy aytensMu (tadm. 3).

Tabauua 3

CpaBHeHUE 4acTOT F€HOTHUIIOB U ajlIeel cpein 310pPOBBIX BEIOOPOK PYCCKUX U SIKYTOB

OR
I'enorursl, Pycckue SKyTBI
X? (95% CI) 3HAYMMOCTb, P
aJuIeun (n=135) (n=246) .
JUIsL ajuienei
c/C 54 (40%) 34 (13,8%)
c/G 36 (26,7%) 65 (26,4%) 37,942 0,000%*
3,085
G/G 45 (33,3%) 147 (59,8%)
(2,260-4,210)
C 0,533 0,270
50,989 0,000%**
G 0,467 0,730

[Mpumeuanne. JJocTUrHYTBIH YpOBEHb 3HAUUMOCTH IIPHU CPAaBHEHHMHU paclpesieeHus TeHOTHIOB (*) M 4acTOThI
ayuzenei (**) B rpymmax cpaBHEHHs 1 1 2. n — YMCIEHHOCTH BEIOOPOK, X7 ¢ IIOnpaBKoii Merca

B BbIOOpKE 370pOBBIX  JOOpPOBOJIBLEB PYCCKOM  HAMOHAIBHOCTH  Mpeobsafanu
BCTpeYaeMOoCTb 4acToThl ajuiens C u romo3uroTHsli renotunt CC, Torna Kak B BBIOOPKE 3J0POBBIX
NOOpOBOJIBLIEB SKYTCKOM HAallMOHAJIBHOCTH Mpeobnafany 4yactota amiens G ¥ TOMO3WUTOTHBIN
reHotunn GG. Pacuer OTHOIICHMs IIAHCOB IIOKa3al, 4TO 4YacTOTa BCTpedyaeMocTH amiensi G B
rpymnre sikyToB joctoBepHo Bbime (OR — 3,085; 95% CI: 2,260 —4,210; p<0,001), yuem y pycckux.
[Ipu ananmze pacripeleseHUs] 4acTOThl T€HOTHIIOB M allleNiel cpein 310pOBOIl BBIOOPKH
PYCCKHX M BEIOOPKH MAIMEHTOB € 3a00JICBaHUSAMH TIEUEHH TOCTOBEPHBIX pa3IHMyuii He 00HAPYKEHO
(Tabm. 4).
Tabauua 4

CpaBHEHHE YaCTOT FEHOTHIIOB U ajliesiel cpeiu OONBbHBIX U 3I0POBBIX PYCCKUX

KoHntpoinbHas OR
I'enoTumel, bonbnbIC
BBIOOpKa X? (95% CI) 3HAYMMOCTb, P
ajienu (n=27)
(n=135) JUTSL aJiienei
c/C 9 (33,3%) 54 (40%)
1,326
/G 7(25,9%) 36 (26,7%) 0,619 0,734
(0,738-2,382)
G/G 11 (40,7%) 45 (33,3%)




C 0,463 0,533
0,633 0,426**

G 0,537 0,467

[Mpumeuanue. JJocTUrHYTHIM YPOBEHb 3HAYMMOCTH MPHU CPABHEHHUHU paclpeieNieHus TeHOTUoB (¥) M 4acToThl
aywteneit (**) B rpynmax cpaBHeHHs 1 ¥ 2. n — YMCIEHHOCTH BRIOOPOK, X7 ¢ monpaskoii Merca.

B Br16opke manueHToB ¢ C/I 2-r0 THMA ¢ COMyTCTBYIONIMMHU MEYEHOYHBIMHU MATOJIOTUSIMHU
PYCCKOM HAIIMOHAJIBLHOCTH TMpeodiiagan TOMO3UTOTHRIM TeHoTtunn GG, 4To, BEPOSITHO, CBSA3aHO C
MalbIM KoJn4ecTBOM BbIOOpKH (n=27). Cpeau BBIOOPKH 310pOBBIX JOOPOBOJBLEB pPYCCKON
HAIMOHATLHOCTHU TIpeobagan roMmo3uroTHeiid rerotun CC.

[Ipu ananuse pacnpeneneHus 4acTOThl T€HOTHUIIOB U ajuleNiell Cpelu 310pOBOM BBIOOPKH
SIKyTOB M BbIOOpKHM manueHToB ¢ CJ[ 2-ro Tuma ¢ COMyTCTBYIOIIMMH 3a00JICBAaHUSIMU TI€YEHU
JIOCTOBEPHBIX pa3Inuuii He 0OHapykeHo (TaluI. 5).

Tabmuma 5

CpaBHeHHE YaCTOT FEHOTHIIOB U ajiesiel Cpean OOIBHBIX U 3I0POBBIX SIKYTOB

KonTtponbsHas OR
I'erorunsl, | bonsHBIE
BBIOOpKA X? (95% CI) 3HaYUMOCTb, P
ajuienu (n=151)
(n=246) JUIS asgienei
c/c 15(9,9) 34 (13,8)
C/G 45 (29,8) 65 (26,4) 1,535 0,464*
1,121

G/G 91(60,3) | 147(59.,8) (0,808-1,557)

C 0,248 0,270
0,361 0,548%*

G 0,752 0,730

[Mpumeuanue. JJoCTUrHYTHIH YPOBEHb 3HAYMMOCTH MPHU CPABHEHHUHU paclpejieNieHus TeHOTHIOB (¥) M 4acTOThI
aneneii (**) B rpynmnax cpaBHeHus 1 1 2. n — YMCIEHHOCTH BLIOOPOK, X2 ¢ IIonpaBKoii Merca

W3 naHHBIX OTKPBITHIX UCTOYHUKOB npoekTa «1000 Genomesy [6] cienyer, 4TO ¢ BHICOKOM
yactotor ayuienab G BcTpeuaercs B momyssinuax llenTpanbroit u FOxHOM Amepuk (mepyaHIbl —
71,8%, MekcukaHibl — 55,5%, xomymOuiiiel — 41%). OOpaimaer BHUMaHue TOT (DaKT, 4YTO, YeM
BbIIIIE YacToTa ajuiens (G, TeM BBIIIE MPOIEHT KOPEHHOTO HaceleHus B nonyisiuu. Hanpumep, B
nonyisun [Tyspro-Puko, rae kopeHHoe uHaelckoe HaceneHue coctasiseT 11 %, yacrora anmnens
G cocrasnsier 31,7%. Y eBponeiineB yactora auiens G B cpeaaeM 22,6%. Cpeau a3uatoB BbICOKA
gactota auiens G y smonueB (42,3%). Obnagarenu >xe camoi HU3KOM 4YacToThl amiens G —
adppukanisl (8,6-17,2%).

3akawueHne

B pesynbrare uccnenoBaHus YCTaHOBJIEHO JIOCTOBEPHOE pas3iiMdyMe MEXIy 4YacTOTaMU



reHotunoB u amnened reHa C22orf20 (rs738409) y pycckux M sSKyTOB KakK CpeId 3J0POBBIX
100pOBOJIBIIEB, TaK Uy 0onbHBIX CJl 2-ro THMa ¢ 3a00sieBaHUSIMHU TTeueHr. YacToTa BCTpe4yaeMOCTH
ayenst G B IpyIe 370pOBBIX SKYyTOB Obu1a qocToBepHO BhIle (OR — 3,085; 95% CI: 2,260—4,210;
p<0,001), yem B rpynmne 370poBbiXx pycckux. [Ipu ananuze pacnpeneneHuss 4aCTOT T€HOTUIIOB U
aJJIeNie Cpeau 3I0pOBOM BBEIOOPKM M BBIOOPKH TAITMCHTOB C 3a00JICBAHUSIMH TICYCHU KaK B
PYCCKOM, TaK U B IKYTCKOW MOITYJISIUSAX TOCTOBEPHBIX PA3TMUYMN HE OOHAPYKEHO.

Hccneoosanue ovinio npoeedeno ¢ pamkax HUP H3yuenue cememuueckou cmpyKmypol U 2py3a

Hacnedcmeennoi namonozuu nonyaayuit Pecnyonuxu Caxa (Axymus) ¢ ucnonvzoeanuem YHY «l'enom Axymuuy
(pec.Ne USU 507512).
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