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cynanraa YPbAad HOXIIHAT COHMPXOH CYAIAX Hb HIMOI 9K, ICHCTUKUAH Cy 1alraaHe!
Bapuan apradai, TEXHOIOTWHH XypJauTail ISBLIMITH 39POrUdH IeHETHK BapHall
DpCapAT XyUnH 06a eBUMH XOOPOHJBIH X0J000 XaMazpILH TyXal acap MX X3MKIOHHH
3yitn cyJairaaHbl 0apyMT HOTOJTOOHYYJ HUHTIArICOH Oaitna. XapuH MoHron

XYH aMmblH JIyHA 1995 OoHOOC XOHII HAT HYKJICOTHIBIH ITOJUMOP(HHU3M,
OOTMHO JaBTarjacaH Jjapaajall, MyTaly O0JIOH OycaJl TeHEeTHK BapHaIlyy/bIr
cyJajicaH OJIOH TOOHBI OapuMmT OaifHa. [ eHETHKHMITH BapHallyyabIl' Cy/laJICaH
cyairaaHbl MaTepuall, HOTOJITOO HAMAIIIXUIH X3p33p THATIIPUNT HAITIIX,
CUCTEMWIAX, AYH HIMHKHII) XUHX, OJOH yJca XUIITCAH CyJaraanyyaTai
XapbllyyJax X3parmpd Iaapiuiara ypraH rapd OaifHa. ['9Bu manail opoHn
TeHEeTHK BapHalny/l, CyJaJraaHbl 0apiuMT, HOTOJITOOT HAI'TIACIH, TOMMOJICOH
cylajiraa xapaaxaH XHHTIIOTYH, MII9IUIMIH caH Oaiixryil Oaiicaap OaiiHa.
3opuiaroe: OBYKH 3MIIrTH X0JI000 XamMaapanTaid KaHAUAAT TeH, TIATIPUITH
BapHalyy, CyAaldraaHbl axJIyyAbIl Xapbllyylax, H3TTI3X Apra, apradiai:
Burj ToXHO 0T XSIHAIT, HAT arlInHTUH, TOXHOJIUIBIH OOJIOH T€HETHK XYUUH
3YHIMHAT ©BYMHTAN XOJIOOH cynaicaH Oycall TOpIMHH CylalraaHyy/bIr
COHrOH aBcaH. byx cynanraansl Marepuansr 1. MOHroauyyasiH yaaM3yitH
XaphpIlyyJicaH cyjanraa, 2. XOBOp TOXMOJIJOX YAAMIUIBIH AMIATUIH cyjaanraa, 3. 30HXWJIOH TOXHOJA0X ©BUIONIHHH
YIMBIH 3PCIAJIT XYYHH 3YWIHHH Cydairaa racdH 3 OyJarT XyBaacaH. YP AYH: YIaMm3yiH xapbllyylcaH 8 cyjairaa
Oatican Oerees Monromuyynan eBepmer; HLA amnenuy, ramio0ysoar, XY XpoMOCOMBIH MUKPOCATEIIUT MapKePyyAbIr
TOITO0X3). XOBOP TOXHOJJIOX YAAMIILIBIH SMIATHIH yJlaM3YiH cyJairaaraap ©BYTOH 0a TYYHHH I9p OYJIMHH XyMyycT
15 renmitn 91 Bapuansir myuHXWDKID. Huiit 14 renuiin 44 Bapuai WipyyJIcoH OaiiHa. 30HXMIOH TOXUOJJIOX ©BUIOIHIH
yIMbIH cyJanraaraap 71 nomumopdusmbir 19 eButait x0u60H cynancan. ApoAS rs662799 (T/C+C/C, OR=1.87; 95%
WK, 1.17-3.01; p=0.01), PGC-1a rs8192678 (G/G, OR=2.12; 95% WU, 1.09-4.13; p=0.027), LPL rs285 (C/C, OR=3.02;
95% WU, 1.61-5.63; p=0.0005), ADIPOQ rs2241766 (T/G, OR=2.27; 95% NU, 1.42-3.64; p=0.0006) nonumopduzmyyn
0OMCHIH COJIMIILIOOHBI XaM IIMHXKU 3pC/IdI HesleeTdit Oaiican. 19 nmomumoppusm YABO, 'XEO, HXUITC, yymruast
XaBJap, XeXHUI XaBJap, sic CUHUPIMKUIT, YAXPUHH HMIM)KUH Oa SMIIISTICUTIH X071000 XamaapanTtaid Oaitnaa. Jlyrmaar:
bun 9H> cypanraaraap aHxaH LIaTHBI TOMM rapraH 3apuM xo0J000 xamaapisir cyaamniaa. [{aammy MoHroauyyabH ayH]
OBWIOJ YYC3X IPCATUUT HAIMATAYYISX T'€HETHK MapKepyyIbIl TOJOPXOMIDK, HOIOEJIHMHI TOTTOOXBIH Tyl WYY OJOH
TOOHBI HOTOJITOO, TOMM CynajiraaHyy Iaap/yiaratail oaixa.

Opmma:  OpumH  yen — IIWEDKWITDD  CyJalTaaHbl  HUWAIPMXK Oa suiraatail TAIyyIbsIT TOAPYYJIax TOWM, METa-
TEXHOJIOTH, OMOMH(OPMATHK, CTATHCTHUKMHH XYYHUPXIT  aHAIHM3 CyJaJiraaHbl X3parmdd IIaapijara 4 HIMOITCIIP
OO0JIOBCPYYJIANThIH apryyAbIl aIlWIJaH OJIOH TOOHBI  OaiiHa.’

TCHETHK BapHalblH CyJAITAaHyyIbIl XHUIDK TOIOPXOH

ad XOJOOT/IONTOW Yp HOYHTYYA HX?3p Taprax OoncoH. 3opmiaro: MOHTONYYYOBIH IyHI XHHTIACOH YIaM3YHH
I'5BY yAMBIH MaTepHanblH Hyyl, TEHETHK Tafaaj OpYMH  CyJaliraaHbl MaTepHATNYYIbIl  LyTIIYYJDK, OMXJITI3H
XapuWilaH Xamaapall, TeH TEeHWHH XapuilaH V43,  HATTIRXK, XapbllyylaH Cyiax

ysuigaa  xonboor OypIH Talybk  ampkaaryid  Gaiina.'!

CymanraaHbl M3/13319J1, MATEPHA, HOTOJITOO0 HOMITIPXUHH  Apra, aprawiaj: bun sHdXyy cyamamraar JECKpHUNTHB
X9p33p TOHAMIP MIAIUIMMT  HATTIAH, Xapbllyylax, CyZJalraaHbl PETPOCIEKTHB 3arsapaap XWX TyHIITIIB.
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MoHron XyHU#E TeH, T€HOMTOH XOJIOOOTOH J0T00/101
OOJIOH OJIOH YyJicaJ HHUHTIAIJCOH CyJairaaHbl HUHT
150 opuuMm OyTIIIYYyIdA OYH MIMHXKWIIID XUHCOHH.
Cypmanraaraap IyriayyJicaH OyTIdJ, MaTepUHAIyyIbIT
YHICOH 3 OyJdar XyBaaH aHTWIDK Cy/u1aB. YYHA MoHrou
XYHUIl yAMBIH MOAIAJUIMHAT  XapbLyyJbX, OHLUIOIMHT
TOJIOPXOIJICOH Cynanraanyysa, MOHIOJI XyH aMbIH JyHT
CyJUlarjicaH XOBOpP TOXMOJIOX YAAMIJIBIH 3MI3IHIH
yIaM3YHH cyJairaanyyja, MOHTOJ XYH amblH IyHI
CyJJIarjicaH 30HXWJIOH TOXHOJIZIOX OBWIOJIMIH YAMBIH
9PCAIIT XYUHH 3YWIMIH CyJalraanyya XaMd9H OYJIdTiIaB.
yrnyyncan Martepuaiyyiaac CyJgajiraaHbl OYJITYY,
THArIPT OPONLCOH XYHHUH TOO, Cy/UlacaH TeH, TYYHUl
TCHETHK Bapwuall, MyTalld, MOJUMOP(U3M, WIDPCIH TOO,
JaBTaMX, TyXalH eBWIeJ XaMaapanTall TOXHOJIOJL
XapplaHry xapeuaa, 95%-uilH WTI3X UHTEpBAI, P
yTra 33p3r M3APJUIMHAT TYYB3pJdH aBcaH. Cynanraassl
MDD aHXaH MIaTHBl OosoBcpyysaiTeir Microsoft
excel 2013 mporpamm ammrias rydaTracdd. Men Online
Mendelian Inheritance in Man 6a National Center for Bio-
technology Information M31331IHiH CaHTyyABIT M2
OoJioBcpyyaxaj| ammuriacad. MaHxaTTaH IUIOT Yp AYHT
Graph Pad Prism 8.0 nporpammaap rapracas.

Yp ayn: Cypanraaraap yriyyjicaH MaTepUaLyybIr
LIYYK, JaBXIUTYYIBIT apWIraH YHICOH 3 OYJISIT aHTHIIK
YP JYHT TOOIIIOO.

1. Moneon xyHuil yOMbIH M3I03IMAULE  XAPLYYYIHC,
OHYNI02Ulle  TMOOOPXOULCOH cyoaneaansl motm: OI0H
yiica] XYHHH TEHOMBIH XapbllyyJCaH CyJajraar Maril
OpTreH XYpIITIH XHUAIAT 0a 2HY TOPIWHH CydalraaHbl
MDIPIUIMHAT  YHAICTIH, yrcaaraH, SCTHBI YyIaM3YHH
ysiaa XoJ000T TOTTOOX, TOAOPXOH eBwiel, (hEeHOTHIT
XamaapaiTail JIOKYCyYyIbIl TOJOPXOMJIOX, XYBb XYHHUH
TCHETHKNIH OHIUIOTHIT TapraH sUIlaH TaHWUX 33P3T OJIOH
Topneep ammriaagar. Aax 1995 omn C.Havxwummur Hap
MoHrosn XyHUH MUTOXOHIPUMH TI'€HOMBIH Japaaliaij
cymanraa Xuik 6aiika3.> Toapyynoar, Xanx 6a Jlapuranra
HUUT 103 MoHros XyHUH MUTOXOHIpUMH reHomp 381
sraatail Oafipian Jaxe HYKICOTHAYYIBIT TOIOPXOWITK,
81 mommmopd mokyer yHmacmdH A, B, C, D rammo0ynruiin
JaBTaMk raprad TeB A3UiH 3YYH X3CTHIH ONYJISLYY/IbIH
TEHOMBIH Jlapaaliaj OMpoIIIoo Oairaar TOrTooxk).>
XoxuMm MonronuyyaeiH X XpomocoMm, Y
XpOMOCOM, MUTOXOHJIpUIH reHoM/] Oaiipiax Bapuamyyz,
HLA momumopdu3Mm — 33pruiir  Cy[iaH — YHIDCTOH,
SICTHBI T€HOMBIH OHIUIOTHIT TOMOPXOMJICOH X371 X3JPH
CyJalraaHel aXwn Xuirmk?. 1997 onmx b.Menxo0ar,
H.MeuxtyBminHn Hap MounroasiH XoToH sicTHel HLA
NOJUMOPGH3MBIT  CyJajicaH OyTdn HHHTIOrACOH. YT
oymnmap HLA-I (A1-3, 11, 23, 24, 26, 28, 29, 30, 31, 33,
B13, 18, 27, 35, 37-39, 44, 46-48, 51-54, 57-59, 62, 67, 70
rx maT), HLA-II (DRB1*0101, 0102, 0301, 0303, 0304,
0401, 0403, 0404, 0405, 0406, 0408 rax MdT) HUHT 128
AUIEIMUT TOJOPXOMIDK, TYC aUIEIMYIblH JaBTaM)KHUT
XoroH, Xanx SCTHYyIObIH XOOPOHJA XapbllyylcaH Yp
JOYHT  Xapyyiok33. TyyHWIH 3apuM  TamIoTHIUHH
naBraMxkyyabir Snon, Xsaran, KaBkasuac Jlanu, ®@panu
I'epman, Utamu, Ucmanu, AHY, Kanaz 33par nomyssinu 6a
MoHT01 SICTHYYIBIH XOOPOH/ XapbllyyicaH. CynanraaHsl

Vol.19, Ne3, (74) 2023

Yp AyHr3p XOTOH SICTHBI FAIIOTUIIHIAH TaBTaM>K MOHTOJ
6a KaBka3 momysisu anb aTuHTal Hb OWPOIII00 0aikd3.*

2002 oHa HUWTIOTACOH MoHronblH — Xaux,
XotoH, Ypuanxai, 3axuuH sicTaH, SIMOH MOMYJISINY/IbIH
reHoMbIl' X xpomocoMbiH DXS983, DXS986, DXS8092,
DXS8082, DXS1225, DXS8037, DXS995 mukpocaremiur

Bapualyya,  TYAMIIPUNAH  TAIUIOTHIUAT  alllUrjIaH
XapbllyyJiaH CyaanK OaiK3?.’
Cymiaau b.Meuxo0ar, I".Oroynrapamn,

H.MenxtysmmH HapsiH 2005 onj HHMTISrACOH MoHron
OPIAMTII  OPOJICOH cynainraaHn MOoHronsiH Xaix,
VYpuanxaii, 3axunH, XOTOH SCTaHYyAbIH TreHOMA Y
xpomocombiH DY S3891, DYS389b, DYS390, DYS391,
DYS393, DYS460, DYS461, Y-GATA-A10, Y-GATA-C4,
Y-GATA-H4, DYS597, DYS600, DYS601, DYS603,
DYS605, DYS606, DYS607 33par 17 muxpocaremIut
Bapuan, M130 (RSP4YC711), M48, YAP, M174, SRY-
4064, M89, 1212, M9, Tat, M175, M119, SRY+465,
M122, M45, SRY-1532, M17 39par 16 Gunap mMapkepbir
TOJOPXOMIK ~ SICTAHTYYAbIH  T€HOMBIH  OHIUIOTMHI
Torroox’3.% Cynanraansl yp ayHr»»p Xanx, Ypuasxai,
3ax4uH SICTaHYyA XOOPOHJ00 YAMBIH M3I33JUIUMHIT XyBbA
oiiposioo Oaiixaac ragHa CuOupuitH mnomyssiuuTan
oliposioo Oaiiraar TOrTOOX33. XapuH XOTOH SICTHBI
YAMBIH M350 Oycap MoHron scTHyyaaac suiraatai
6a TeB a3mitH mnomyasuMyATald oponoo OalcaH
Hb OHIUIOT Yp OyH 06aiik33.° MeH Tyc cCyaairaaHsl
OaruiiH X XpOMOCOMBIH ypT MepHui 21.1-T Oaiipmax
P2RYI10 renuitn 15527098 (g.14560A>QG), 152742205
(g.14489T>C), 152251477 (g.10390T>A), 152858570
(g.10102C>T), 1s2742206 (g.7946A>G), 152858575
(g.7413T>G) noauMoOpPU3MYyABIT 193D  JypbJICaH
MOHIOJIBIH  SICTHYYABIH T€HOMJ| CyJJDK TaljIOTHITUHH
JIABTAMIKYYJIBIT TOAOPXOiK?3.” YT cynanraaraap X0oTOH
sicTad Xanx, YpuaHxail, 3aX4uH sicCTaHyyJ1aac Cy/ylaricaH
raluIOTUIIMHAH  JlaBTaM)kKaap suiraataid OHIyIor Oaifraar
TOTTOOCOH ax33.” DHA Yp AYHTIH WKW Yp AYHT rapracan
HOIDH Cyjairaa XWMriacoH Oa sHd cymanraann LDLR
TeHUIH 3" yJ1 XopBeX XICTUIH Alu a11eMeHTHITH Bapualuir
alruriax?.?

OnoH yncax XYHUH TE€HOMBIH XapbllyyJCaH
cyJairaa, TYYHUH yp AYHT HIYYX OMHAITHIH npakTukT JTHX
HIMHXUWITIH] alluriacaap UpcaH. Tarean MoHroa XyHui
TEHOMJI Y 3apUM BapUalyyAbll CyJaJXK, OHIUIOTYYIbIT
TOJpYYJICAaH CyJaliraaHyya XUHramKk Oaibxas. XK.Ysura,
K.Capantysia HapbiH 2013 oHA HUNTIAIACOH CyqairaaHj
XOOPOHJI00 YAMBIH XyBbJl X0000ry#l 165 MoHroNn XyHA
mukpocareuiut D3S1358, THOI, D21S11, D18S51,
D5S818, D13S317, D7S820, D16S539, CSF1PO, vWA,
D8S1179, TPOX, FGA, Penta E, Penta D racan Huit 15
JIOKYCBIH HOJUMOP( XOBIIMHKUHUI CyaK, OHIUIOIHHT
TOrTOOX 6aiik33.° Yp ayHrasp MoxromuyyasiH ayHa Pen-
ta E 06a Penta D jokycyyn Hb ©HIOp NOIUMOP] MIMHXKTIN
Oatican HuT 20 ansens Torrooracousl 11 6a 9 Hb qaBTamMK
OHJIepPTHI Oaiik?3.”

2014 omxg M.OHxjpanr3p Hap MoOHron XyHHi
OHJIPUIT TeHOMBIH 23465 MHKpOCaTeJIUT BapHalTai
XO0JIOOH cypajicaH OaiiHa. Yr cyganraaHel yp JYHII3p
OHZePTIH X0J1000TOKH 23 MMKPOCATEIUIUT BapUalbil
TOOPXOIJICOH 0a 3ar’3dpiadc 9 Hbp OHIIOW X0JI000
Xxamaapanrail Oaifraar TtorroocoH. 8q21.13-t Oaiipmax
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D8S02851 6a 15q22.33-t Oaiipimax D15S988 nokycyyn
XaMTHIH OHIOp a4 X0JI00ra0NnToi Oaiikd. '

2. Moneon xyH amuvli OYHO cyOna20can X080p MOXUOI00X
VOAMULTBIH IM2IUUH YOAM3YIH cyoaneaanvl motim: bumauit
LYTIyyJCaH CyJalraaHbl MaTepuagaac y3»X3J eHIepCeH
xyranaana MOHTON XYH aMblH JyHJ XOBOP TOXHMOJIOX
HUUT 15 yaaMILUIbIH ©BYUH, XaM ITUHKUAH TOXUOJITYyAal
91 myranu, Bapuall, F€HETUKUIAH ©OPUIONTHIT CyiJiaH,
3apUMBIT Hb HIIPYYIDK3). Tyxainban, aipeHOreHUTaIb XaM
kTN Toxuonmtyynanx CYP21A2 reaniin 11 myrarmy,
©OOPWIONTHHT IHHXWICHC €.290-13A/C>G, c.515T>A,
¢.841G>T, ¢.1066C>T myTaiu TyC TyC WIdPCIH Oaiina.!!

MeH Hyrac OYJIYMHIMHH XaTHHTapIIMIBIH TOXHOJIOI
BICD2 renuitn c¢.484C>T wMyTauumir WipyyJc3H Hb
MIUHAJAT Gaiinaa. '

TyyHusH 6eepHHH 1351 OyITYnpXaiiH TOPOIXUHH
raxur, remopuian A, b, xam mumkuiiH Oyc aynuipad,
mykomonucaxapuapin 11 xan63p, apkor-Mapu-Tyyr,
Hyynsn xam mumk, Ypr QT XaM MIMHXK, 3MUIENCH 39par
eBwieNniiH Toxuonanyyaan CYP21A42, F§, F9, MT-RNRI,
MT-TS1, GJB2, IDS, PMP22, MAP2KI, KRAS, KCNQI,
KCNH2, SLC6A] reHyyIuiH MyTalUir WIpyyJICOH
CyAaNraanyyn XuAraak 6aixa.*2! (XycHart 1)

XycHorT 1. MOHIoJ1 XYH aMbIH AYH/I CYAJIArACaH XOBOP TOXHOJA0X YAAMIIJIbIH
IMIIT, TeH, MyTALUIH Karcaajrt 6a WiI3PCcIH JaBTAMIK

YAMBbIH 6BYMH T'en Bapuan Baiipaan AMuH XysImiin Hopeon
00PUIOJT JAABTAMIK
Jenern ¢.290-13A/C>G p-Ser97{sX12 1
AﬂpeHOFeHI/ITaHL XaM CYP21A2 Muccenc c.515T>A plle 172Asn 1
HXK! Muccenc c.841G>T p-Val281Leu 2
Muccenc ¢.1066C>T p-Arg356Trp 1
Muccenc c.89C>T p-Pro30Leu 4
Beepuuii 1351 Oyrunpxaiin CYP21A2 Jenenn ¢.290-13A/C>G p-Ser97fsX12 4
TOPOJIXUIH raxur'’ Muiccenc c.515T>A p.lle172Asn 11
Muccenc c.1066C>T p.Arg356Trp 1
WuBepcu 22-p UHTPOH - 17
WuBepcu 1-p uaTpOH - 4
Caiinenc c.3864A>C p-Ser1288Ser 2
Temodmm A F8 Jleer ¢.2240DelC - 2
Muccenc c.902G>A p-Arg301His 4
Muccenc c.344A>G p-Tyr115Cys 2
Honcenc c.223C>T p.Arg75stop 2
5 Jenenu c.187 189delGA  p.Glu363Frameshift 1
Tevogumn b F9 Muccene c.464G>C p-Cys155Ser 1
Muccenc c.344A>G p-Tyr115Cys 1
MT-RNR1 Lpras myTtanu m.1555A>G - 45
Lpron myTtamm m.7443A>G - 1
MT-TS1 Lpran myTtauu m.7444G>A - 6
Xam mmssKuiin Gyc Lprau myTtanu m.7445A>C - 3
- Jenerun c.235delC p.Leu79Cysfs*3 13
Jenenn ¢.299del AT - 6
GJB2 Jenenu c.35delG p.Gly12Valfs*2 3
Jenenn c.313 326del14 p-Lys105Glyfs*5 1
Jyrumkanu ¢.35dupG p.Vall3fs 1
Mykoronucaxapuu®® IDS Muccene c.1402A>T p-Argd68Trp 5
Hyrac Gymamiriiin BICD2 Muceetic ¢.484C>T p.Argl62Cys 2
XaTUHIapIInJI
[Iapkor-Mapu-TyyT'® PMP22 Jyrukanm 1.5 MO jyrutKanm - 1
H 18 MAP2K1 Muccenc c.872G>A p-Arg291Lys 1
YYHOH XaM HHEDK KRAS Homcenc 2.40476A>G p.Argl61Arg 3
Muccene c.760G>A p-Val254Met 3
Muccenc c.724G>A p-Asp242Asn 2
Muccenc c.1022C>T p.Ala341Val 1
KCNQ1 Muccene c.1096C>T p-Arg366Trp 2
Vpr QT xam mmmx’ Muccene c.1343C>A p-Pro448GIn 8
Muccenc c.1552C>G p-Arg518Gly 2
Muccenc c.677C>T p-Ala226Val 3
Jenenn ¢.2637-2638TG>del p-His1151fs 2
KCNH2 Muccene c.1882G>A p.Gly628Ser 1
Muccenc c.157G>C p-Gly53Arg 1
Muccene c.889G>A p-Gly297Arg 8
Smunertcu’ SLC6AL Jlenenn ¢.1369 1370delGG p.Gly457fs |
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3. Monecon XxyH amviH OYHO CYOAA2OCAH 30HXUJIOH
MOXUONOOX OGUNONUNUH YOMbIH 3PCOIM XYYUH 3YUIULH
cyoaneaanvt movm: Cyynuita 20 rapyi )KWINIH XyTaraaH
TOXHMOJION 0a XSHaNThIH OynruidiH HUHT 4406 Monron
XymyycuiiH gyuza 39 renuitn 71 nonumopdusMm, Bapuanpir
19 Hep Oyxuit ©BUMHTAH XOJIOOH CynaicaH CyIairaanyy
XMUTJCOH OaiiHa. DAraspasc OOMUCHIH COJHMIIIIOOHBI XaM
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3ypar 1. 30HXWJIOH TOXHOJI0X 6BYJI6J 0a TYYH/I 3PCAIT HOJIOOTI reHHIiH JIOKYC

Tonpyynoan, BCXI-mit CYP2EI, LEPR, BDNF,
LDLR, ApoA5, PGC-la, LPL, ADIPOQ renyyauiiH
15 nomumopdu3MbIr X0J00H cynajican 0a 3Ar’spaIsc
ApoAS5 rennitn rs662799 (T/C+C/C, OR=1.87; 95% WU,
1.17-3.01; p=0.01), PGC-la renwiin rs8192678 (G/G,
OR=2.12; 95% WU, 1.09-4.13; p=0.027), LPL reuuiin
rs285 (C/C, OR=3.02; 95% WU, 1.61-5.63; p=0.0005),
ADIPOQ renmiin 152241766 (T/G, OR=2.27; 95% WU,
1.42-3.64; p=0.0006) noauMoppu3Myya TyC TYC IPCAIIT
HOeOTHH 6aiiki3.”> MouromayyasH nyHn Y AbO-1 CHR-
NA31s1051730 (A/A+G/A, OR=2.15;95% 1NU, 1.41-3.28;

p=0.0004), CHRNAS5 1516969968 (A/A+G/A, OR=2.19;
95% WU, 1.47-3.27; p=0.0001), SOD3 rs1799895 (G/
G+G/C, OR=2.72; 95% WU, 1.75-4.22; p=0.0009)
MOJUMOP(PU3MYY/T IPCAAIT HONIOOTIH TOIOPXOMIIOTICOH
Oaiina.”* Men HXILTC-n CFH 1800292 (G/G, OR=17.9;
95% 1NN, 5.02-64.4; p=0.0008), rs1161170 (C/C, OR=4.73;
95% WU, 1.46-15.3; p=0.009), rs1065489 (G/G, OR=4.57;
95% WU, 2.73-7.64; p=0.0009) renuniin nonumopduzmyyn
XYYTIH 3PCIOPAT HONeOTdH Oaiiraar TOrTOOCOH axdd.”
(XycHorT 2)

XycHarT 2. MOHroJ1 XYH aMbIH IyH/{ CYAJIATACAH 30HXHJIOH TOXHOJII0X 6BYHH
0a TYYH/ 3PCARJIT HOJIOOTIN TOAOPXOMIOIACOH IeH, NOJIUMOP(QU3MBbIH KATCAAIT

IpemarT ajliedb/

OBuMH Ien Honumopduzm LeHOTII OR (95% HUN) P yrra
ApoAS 1s662799 T/C+C/C 1.87 (1.17-3.01) 0.01
PGC-lo rs8192678 G/G 2.12 (1.09-4.13) 0.027
BoMChIH COMMITIIOOHBI XaM ITHHK ADIPOQ 1$2241766 T/G 2.27(1.42-3.64)  0.0006
IPL rs285 C/C+T/T 1.86 (1.17-2.97) 0.009
rs328 C/C 3.02 (1.61-5.63)  0.0005
ADRB2 rs1042713 G/A 3.69 (1.69-8.01) 0.01
I'yypcan x00510iiH Garrpaa eBunn>’> rs1042714 c/C 3.78 (1.85-7.71) ~ 0.0009
IL-33 rs16924159 A/A+G/A 2.27 (1.04-4.97) 0.04
ADRB?2 rs1042713 G/G 2.31(1.23-4.32) 0.027
ADRB?2 rs1042714 Cc/C 2.04 (1.14-3.63) 0.044
TGFBI rs1800470 C/C+C/T 2.35(1.24-4.44)  0.0085
Vyuirudel apxar 0eriepenit eBunt>* CHRNA3 rs1051730 A/A+G/A 2.15(1.41-3.28)  0.0004
CHRNAS rs16969968 A/A+G/A 2.19 (1.47-3.27) 0.0001
SOD3 rs1799895 G/G+G/C 2.72 (1.75-4.22)  0.0009
GSTM1 Jeneuun Null 2.43 (1.66-3.56)  0.0009
Hacywir xamaapa map TonGorb: rs1061170 c/C 4.73 (1.46-15.3) 0.009
coneper” CFH rs1065489 G/G 4.57 (2.73-7.64)  0.0009
rs800292 G/G 17.9 (5.02-64.4)  0.0008
MuenoucIuasuiit XaM HIHHK! XRCCI rs25487 A/A 8.0 (1.37-46.81) 0.021
Vyurruuet xaaap??! GSTM1 Henernn Null 5.02 (2.09-12.02)  0.0003
Xeoxuwuii xarap> TP53 rs1042522 G/G 8.67 (1.64-45.87)  0.011
Ocreonopos® ESRI 1s2234693 C/T 3.06 (1.36-6.89) 0.007
Yuxpuita mmKue> KCNJ11 rs5219 T/T 5.11(1.85-14.1)  0.0009
Onunencu® SCN14 1rs2298771 G/G 9.33(2.88-30.23)  0.0002

Tosunon: OR (95% HHU), xapvyaneyii xapvyaa 6a 95%-uiin umesx unmepearn
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Xanammek: Cyyiuiis 30 rapyit sxunuitn xyranaang MoHroa
XYH aMbIH JyHJ CyAJariicaH TE€HETHK CyJAalraaHyy/bIr
TYYBAPI2H, MII3IJLTYYAUNT SMXITIOH HAITIDXK raprajiaa.
JP9px cynanraaHyyIbslH Cyypb M3JI3JUIMIT alluriax,
Haamua AMap Cyjairaa XWX, XdpXdH MPaKTHK ad
XOJIOOTUTBIT HAMOTIYYJIDXUUT TOJOPXOMIIOXBIH TYJII 9HI
TOpPIUNH TOMM Cyjairaar LeeHIyH Xuilx maapjararait
Oaitna. TyyHWIH cCyyph Cyjanraanbl M3A93I3J, Yp
JIYH, BapHallyyAblH IaBTaMXUHI OJIOH YJcaJ XUHIJICHH
CyJaJiraaHyyAbIH Yp JIYHT?HM Xapbllyynax, MeTa-aHallu3
XHMHX, suraatail 6a HUHTIAT TaIyyAbII TOJOPXOWIOX Hb
qyXaJ a4 XoJI00r/101Toi OaiiHa.

Jyrmsar: DHdXyy TOHM cypanraaraap MOHron XyH
aMBIH yH]| XHHUTJICOH TCHETHK CyIaNraaHyyIblH OapuMT,
MaTCPUANIBIT 3MXJTIDH HATTIK, OBUMHTIH XOJIOOOTOM
LIOOHT'YH TEHETHK BapHallyyAbIl TYYBIPJdH rapraiaa.
Haamma 9HY YMIIDIMAH  CyJairaaHbl  ©pPrexyylnx,
CyJaliraaHbl 0apUMT MDAIPIIUIANT OJIOH YyJICall XUUTICOH
KWL CylajiraaHbl MaTepUaIyyATal XapblyyJlK, sulraaTait,
HUHALPMXKTAU  TadyyAbll TOJOPXOMIOX IIaapAajararai
OaitHa.
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Background: The past decades have witnessed growing interest in genetic predisposition to common diseases and along
with rapid advancements in high-throughput genotyping technology, has resulted in a tremendous amount of published
epidemiological evidence on gene-disease associations. Since 1995, the linkage and genetic associations studied were
conducted for SNPs, mutations and other genetic variations among Mongolians. Conducting of the studies has come an
increasing need to collate and summarize the evidence in order to identify true genetic associations. But there is still no
comprehensive link between them and a unified database for the genetic markers.

Aim: To collate and summarize all research works and the genetic variations of candidate genes, associated with disease.
Materials and Methods: A scarch strategy was performed in an attempt to identify all studies of genetic factors and dis-
ease risk from the case-control, cross-sectional, linkage, case studies and genetic association studies. All researches were
classified into three different groups, (1) the genetic comparison studies conducted among Mongolians, (2) the genetic
studies of rare inheritance disorders and (3) the genetic association studies of common disease.

Results: There were eight genetic comparison studies then we found haplotype groups, STR markers of XY chromo-
somes and HLA alleles, which are significantly different in Mongolians. The linkage and case studies were performed for
15 different rare inheritance disorders and totally 91 variation were screened. They found 44 variations of 14 genes in the
patients and their families. For the genetic association studies, totally 71 polymorphisms were investigated with 19 dif-
ferent diseases. ApoA45 15662799 (T/C+C/C, OR=1.87; 95% CI, 1.17-3.01; p=0.01), PGC-1a rs8192678 (G/G, OR=2.12;
95% CI, 1.09-4.13; p=0.027), LPL 1s285 (C/C, OR=3.02; 95% CI, 1.61-5.63; p=0.0005), ADIPOQ 152241766 (T/G,
OR=2.27; 95% CI, 1.42-3.64; p=0.0006) polymorphisms were found as significantly risk factor for Metabolic syndrome.
19 polymorphisms were associated with COPD, asthma, age-related macular degeneration, lung cancer, breast cancer,
osteoporosis, diabetes and epilepsy, were summarized.

Conclusion: With this study, we performed primary review and found some genetic associations. Further, we will need
more evidence and review studies for identify true effect and address candidate genetic markers that increasing risk of the
disease among Mongolians.

Keywords: Genetic data, Comparison studies, Variation, Risk factor
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