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KHWPHUI (dpancada noxkropu (PhD) nuccepranusicn aHHOTAIHASICH)

Juccepranuss MaB3yCHHMHI Jo0J3ap0auru Ba 3apyparu. J[lynéna 4
MUJUIHAP] OJIaM JIaKTa3a (PEpMEHTUHHUHT €TUIIMOBUMIUIH KaCAIUTUIa YaJIMHIaH
O0ynu0, makTo3a METa0ONM3MHHUHT Oy3unuimra oiaud kenraH. depMeHTHHHT
TAHKUCIIUTU STHTU TYFHITaH Yakalokjap, spTa & gaBpujaaru Oojanap, Ba KaTTa
€NUIM MHCOHJAp OpacHuaa yypauguraH MyaMMOJap HWYMJa €TaKYd YpUHHHU
srajutaMokaa. OHa cyTH €Kd CyT YpHHHM OOCYBUM CYHBHH apaiammanap OuiaH
O3UKJIaHAUraH OOJaJapHUHI KYHJMK PpalMOHMJA acocaH CyT MaxCyJoTJIapH
YCTYHJIMK KWITAQHJIWTY YYYH CYT TapKUOUAAru CyT IIaKapUHU Xa3M KUJIyBUH SIFOHA
(epMeHT nakTa3a (EpPMEHTUHUHT SIHTU TYFUJITaH OPraHU3MHUHI Xap TOMOHJIaMa
PUBOXJIAHMIIKAA yTa MyXUM XucoOiaHaau. YyHKM JIaKTO3a SIHTM TYFUWJITaH
OpPraHU3MHUHT 3Heprus cappuuu 40%HUHN TabMUHIAWIK, Iy OWiIaH OMprajiuknia,
Ca Ba B rypyx BUTaMHHJAPUHUHI MHTWYKAa WYaK SHTEPOLMTIAPU TOMOHHUIAH
cypunumuaa ¢aos HIITAPOK ATanu. JlakTaza (EepMEHTUHUHT ETUIIMOBYMIIUTH
aHUKJaHraH Oonana HadakaT Xa3M TU3MMHUHUHI MyaMMoJapH, Oalku, HeEpB
TU3UMHIA O€30BTANMK, YUKYCU3IUK, ICUXOMOTOP PUBOKJIAHUIIIAH OPTAA KOJIMILL,
JUKKAT €TUIIMOBUYMJIMTH KaOu MyammoJiap Xam Kyszatuiaau. Hadaxat Oomnanap
opacuja OalKM KaTTajJap ypracuja XaM CyT Ba CyT MaxcyJoTjapucu3 OyiraH
aueTta OujaH sIIaéTraH MHCOHJAp OpacHia KeWMHYaJIUuK COFJIUIHAa OMp KaHda
canOuii y3rapunuiap KeJiu0 YUKHUIIA MyMKHH: OCTEONOPO3, CYySIKJIAPHUHT CHHUILTA
MOMMJUIMTH, ayieprust (maepmaTuT, OpOHXMal acTMa, pUHUT) Ba OOUIKa
KacaJUIMKJIapra 4aJuHUII KYpCaTKUYM CYT MaxcCyJOTJIapUHU MYHTa3aM UCTEbMOJ
KWJIyBUMIapra HUcOaTaH aH4Ya IOKOPWIMIM aHukiaHrad. LIlyHUMHr ydyH nakTasza
(pepMEeHTH eTHIIMOBUYMIIUTY XOJATUHU OJITUHU OJIMIL, YHU 3pTa aHUKJIalI, OOIIKa
depmenT ¢daonusaTH Oy3wIUIIKM OWiIaH KeyaJuraH KacayulMKiIapiaH dapkiarli,
eTapiid Japaxkaja JaBojlalll Yopa TaAOWpJapUHH amajira OIIUPHIIl THOOUET
coxacuja yta 1013ap0d MyamMMo XUCOOJIaHAIN.

XKaxonna pepMeHT TAaHKUCIUTH XOJATIAPUHUHT XyAyJjap KeCUMHJIA axoJiv
opacuja TapKaJIUIIMHM Ba KACAIUIMKHUHT PHUBOXJIAHUIIMIAa cababd OymyBuM
OMWUIAPHUHT  TabCUPWUHHU, (epMeHT (aoNusITUHU OOIIKapyBYM TE€HHUHT
daonuATHHE Xamaa ymoOy TeHHUHT MOJMMMOpP( BapHaHTIAPUHUHT KACAJUTUKHUHT
KeJIMO YMKUILIM Ba KeUUIIKUra Oyiaran Tabcupiapy Oyilmda Katop Makcaajiu WIMHAN
TaJIKUKOTIap 0iaub Oopuimokna. by Oopana j1akTo3a METaOOJU3MUHUHT HOpMa
KeUUIIUIa (PEPMEHTHUHI HYaK SHTEPOLUTIApU TOMOHHMJAH €Tapid MHKAOpIa
uniad  9YuKapuiaumura, Tapkuomra xammga MCM6 Ba LCT  renmapuHuHHT
noiuMop(u3M  BapuUaHTIAPUHUHT  ajyiel  Ba  TEHOTUIUIAPUHUHT  ¥3apo
TaKCUMJIQHMILl YacTOTAJapUHU AaHMKJIAII, ajule] XamJa TEeHOTUIUIApHUHT
KACaJUIMKHUHT PHUBOXJIAHMUIIUTA, KEUUIIWra OYiraH TabCHUpPJapUHU aHUKJIAIL,
¢epmentHuHr Ca xamaa BUTaMHH, MHHEpPAUVIADHUHT METaboiau3MJa TyTraH
VpHUHU aHUKJIAIl Ba XYCYCHSATIApUHU OaxoJaml Oyiinda TaBCUsJIApHU HIILIA0
YUKHUILITa KapaTWIraH TaAKUKOTIap ajJoxXuia axaMHsT KacO 3TMOK/IA.

Mamnakatumuzga THOOMET COXACHMHU PUBOXIAHTHPUIL, COFJIMKHHU CaKJjall
TU3UMHUHM KaXOH aHAO03aJapu Tajadiapura MOCIAIITUPUII, XKyMJIaJaH, 3pTa €Il
JaBpuaa e€Tapiv MUKAOpAA KEpakiv BUTAMUH Ba MUHEPAJUIAHWHI €TUIIMACIHUIU
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TyQaiiny canoMaTIUK Oy3WJUIIM HATHXKACUJA lo3ara KelaguraH OKuOaTIapHUHT
OJIIMHM OJIMII Ba OapBaKT aHUKJAII Oopacuja MyalsH 4dopa-TaaOHupiap amanira
ommpuiMokaa. by Oopama 2022-2026 #iunmmapra  MypKajulaHrad — SlHru
V36eKNCTOHHUHT TAapaKKUET CTPATETHSACHHMHT €TTHTA YCTYBOpP iyHAJIMIIHTA
MYBO(DUK «....0upiaMuu THOOHMIT-caHUTapUs XU3MaTHAA aX0JUTra MajaKail Xu3Mar
Kypcatuml cu(aTMHA AXIIWIAML...» KaOu Basudamap Oenrmwnanrad. Ymioy
BasudanapiaH Kenud YMKKAH XO0JIJa, XOMWJIAJOPIUKHUHT TYpJd JaBpiapuaa
TEMUP METAa0OJIM3MUHUHT XYCYCUSTIAPUHU YPraHWI FO3aCUJIaH TaJIKUKOTIAPHU
amaJra OIIMpHUII MaKcaJra MyBOQHK.

V36exucron PecriyGmukacu Ipesunenturnnr 2022 iun 28 suBapaaru 110-
60-con «2022-2026 imuapra MyKauIaHTaH SIHMH Y30eKHCTOHHUHT TapakKUET
crparerusicu Tyrpucuaa», 2020 iwmn 12 "HosiOpnmarn I1d-6110-con «bupmamuun
TUOOMI-canutapus €paamMu  Myaccacaiapu  (aoiausTUra MYTJIAKO  SHTHU
MEXaHU3MJIIADHU JKOpPHM KWIMII Ba COFJIIMKHU Cakjall TU3UMHIA OJIMO
Oopuia€Tran MCIOXOTJIap CaMapaJOpJIMIMHU SHAJla OIIMPUII 4Yopa-Taadupiapu
Tyrpucunantu papmonnapu, 2020 itmn 12 wHosbOpmaru [1K-4891-con «TuOOuii
MpOPUIAKTUKA MIUIAPU CAMAPAJOPIUTHHM SHAJa OLIMPHII OpPKAJIM >KaMmoar
CaJIOMATIUTMHU TabMHUHJIAIITA OMJI KyIIMMYa Yopa-Taadupiap tyrpucuaa», 2021
vmn 25 wmabigaru [1K-5124-con  «CoOFIUMKHM cakjiall COXACHHH KOMILICKC
PUBOXIIAHTUPUIITA JOUP KYyIIMMYa 4dopa-tanoupiap tyrpucuna», 2021 iun 28
uiongaru [I1K-5199-con «CornuKHU cakjam coXacuJla HXTUCOCIAIITUPUITaH
THOOMI €paam KypcaTuill TU3UMUHU SHAJa TAKOMUJUIAIITUPUILL YOpa-TaaOupiapu
TYFPUCUIANTU Kapopilapu Xamja Ma3Kyp (aosidsTra TeTUIuId OoIIKa MebEpHii-
XYKYKUH XyxoKariapaa OenruiiaHraH BasudaiapHU amajira Oolupuira ymoy
ayccepTanys TAAKUKOTH MyailsiH Japaxaaa Xu3Mart Kuiaau.

TagKUKOTHUHT pecny0nka ¢an Ba TEeXHOJIOTruslJIapH
PMBOXJIAHMIIMHUHT YCTYBOP HMYHAJMILIAPUIa MOCIMIH. MasKyp TaaKUKOT
pecniyonrka ¢aH Ba TEXHOJOTUsUIApU PUBOXKIAHUIIMHUHT VI. «TubOomEr Ba
(apmakoiorus» ycTyBOp HyHaNMIIUTa MyBOPHUK OakapuiraH.

MyaMMOHMHI YPraHuJraHjuk aapazkacu. Mabiymku OyryHTH KyHAa Xap
TOMOHJIaMa COFJIOM AaBJIOJHM YJFaUTUpHUII Oopacuia xap Oup pHUBOXKIAHTaH
JaBiaTiapAa COFJIMKHU CaKJIall TU3UMHMHM SIHaJa TaKOMWLIAIITHPUIL Yy4yH Oup
KaH4Ya WIMH-aManui unoiap KuiauHMokzga. IlyHuHrnek nakrasa (epMeHTH
daonusaTUHMA YpraHum Oopacuja XxaM XOPWKIUK OUp KaH4ya OJIMMIIap Y3TapuHUHT
usnanunuiapuaun o6 6opumran (Duarrax H.C., Montromepu R.K., ApOyTuH,
Xaypu H.B., Swallow D.M.). ®epMeHTHHHr OHOJOTUK KHHMAaTH yHUHT
GYHKIUSTITApUHUHT KYT KUPPATWIMTH Ba OOIIKAa MeTa0oiM3M Kapa¢Hiapuia,
OpraHWU3MHH €Tapjii O3yKa Ba DOHEpPrus OuWjaH TabMHUHIANIAA  MYpakkao
OMOKMMEBUI >KapaCHJIIADHUHT aXKpajiMmac OWp KUCMHU DKAHIWTH  OeNTHiIaHaan
(Abatypos 0.D., Crenanosa l0.10., Kpusyma O.J1., I'epacumenko O.M., 2013;
Heaney R.P., 2013; Pereira P.C., 2014; Savaiano D.A., 2014; Levitt M., Wilt T.,
Shaukat A., 2013). YOy GepMEHTHUHT SHTEPOIUTIAPAAH CUHTC3IAHUIINHN Ba
JIAKTO3aHU OPraHu3M TOMOHUJIAH CYPUWIIUII >KapacHIapuaa KaHaal axaMusaTra sra
SKAHJIUTH XaKWJa KyJa KHMMaTJIM MabJiyMOTJap XaMm Oup KaHua MaHOanapaa y3

akcunu Torran (Mattar R., de Campos Mazo D.F., Carrilho F.J., 2012; Zecca L.,
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Mesonero J.E., Stutz A., Poir e J.C., 1998; Sundquist J., Sundquist K., 2014;
Mattar R., Mazo D.F., 2010). ®epMEeHTHUHT CUHTE3JIAHUIIY, TY3WIHIIH, Xa3M
*apaéHuga Kangai BazudanapHu Oaxapuly TYFpPUCHIATU MablyMOTJIapra Xam
KyHUIara TaaKAKOTYHJIAPHUHT W3JIaHUILIapH JaBoMuaa aHukimanran (Mattar R.,
de Campos Mazo D.F., Carrilho F.J., 2012; Campbell A.K., Matthews S.B., Vassel
N., 2010; Brssow H., 2013). TabkuyraHWIIMYa, JTaKTO3AHHHT TYIUK Xa3M
OYIMaciuru xa3M TU3UMHUJAH OOIIKa OJuil acad TH3UMU (HAOJIUATH Ba MHCOHHUHT
aKJIMi xamaa »KUCMOHHI PHBOXIIAHUIIMIa XxaM Tabcup Kuiaamu (Matthews S.B.,
Waud J.P., Roberts A. G., Campbell A. K., 2005; Mattar R., Mazo D.F., 2010).
DepMEHTHUHT eTapiii MUKAOpAa UILIA0 YHKAPUIUIIUNTa TOPMOHJIAPD XaM TabCUP
kwiagu (bememep C.B., 2012). ®depmentr (aoqusTHHUA OOIIKAPYBYM T€HHUHT
TY3WJIWIIW, >KOWIAIIyBH, mojJuMopd BapuaHTiaapu, AYHE OViinad TapKaJIMIIN
xakuaa xam yprauwiran (Gerbault P., 2013; Sibley E., Ahn J.K., Theodore E.,
2011; Burger J., Kirchner M., Bramanti B., Haak W., Thomas M.G., 2007; Kuchay
R.A., Anwar M., Thapa B.R., Mahmood A., Mahmood S., 2013).

V36ekucToHIa JIaKTO3a  OMCAXapUIWra HUCOATAaH — MypPOCACH3IMKHHHT
tapkamumu (K. A.XabuOymnaes, 2023), nakro3zacu3 HOrypT uuuiad YHUKapHIL
(A.P.AckapoB, K.K.OraxonoB, 2023), Myak MUKpPOOMOTH Ba YHUHT HWHCOH
CaJOMaTOJINTUra TabCUpU OYiiKMua JlaKkTa3a €TUIIMOBUYMWIMIHM OujlaH OOFIMKIWTH
(H.2noBa, 2021; III.MupamumoBa, 2021) Ba LCT rennnn Y36eKuCcTOH XymTymuaa
81% xomatna tapkamumu (I11.Kocumos, 2011) yprauunran. bupok, Y36exkucton
xynymuga MCM6 Ba LCT rewnapununr C/T-13910 Ba G/A-22018
NOJIMMOPGU3MIIAPUHUHT aJlie]l Ba TCHOTUIIAPUHYU axaMUSITUHU OaxoJail JAespiu
HOAHHK OYJTMO KOJIMOK/A.

FOKopHaard MabIyMOTIApaH KYpHHHO TypuOIMKH, Y30eKHCTOH XyIyanza
MCM6 Ba LCT renmapununr C/T-13910 Ba G/A-22018 nomumopdusmiapuHUHT
ajuiesl Ba TEHOTUIUIAPUHU KacCaJUIUK PUBOMJIAHUINMAA aXaMHUSTHHU  OaxoJiaml
Aespid ypranwiMmarad OynuO, Oy MyamMMO yCTHAA WJIMHUN TaIKUKOTJIap OJHO
OOpHUIII 3apYPIAUTHHHU TaKO30 TN,

uccepraunsi TAAKUKOTUHUHI JUCCEPTANUS 0aKapUJITraH TabJIUM
MYyacCaCaCHHMHI WIMHN-TAAKUKOT HILIAPU pekajapu OMIaH OOFIMKJIUIH.
Huccepranus Tankukotu Camapkas/ 1aBiaaT THOOMET YHUBEPCUTETUHUHT UIMUM-
TaAKUKOT uIuiapu pexacura myBoduk Ne3.012400288 VJIK 617.52-001-097-08
«VXTUMOUI axaMUATTa MOJIMK KaCATUKIAPHUHT OJIIMHY OJIUII, TUATHOCTHUKA Ba
JABOJIAIIHAHT WJIFOP TEXHOJOTHSIapUHU uNuiad yukum» (2024-2028  iit.)
MaB3yCHIary WIMHH JIOWWUXa Toupacuaa OaxxapuiiraH.

TagkKMKOTHHUHT MakKcaau Jaktaza (GEepMEHTH  CTHIIMOBYMIUTHHUHT
puBoxutannmmgaru - MCM6 Ba LCT rennapu moauMoppu3MIAPUHUHT YPHUHH
Oaxomam Ba (EPMEHT ETUIIMOBYWINTH PUBOXKJIAHUII XaB()W MeE30HIApUHU
aHUKJIaIIad uoopar.

TaagKuKoTHUHT Basudaiapu:

JaKTaza EeTUIIMOBUMJIMTH Ky3aTwiran Oemop Oonamapna MCM6 reHuHr
C>T-13910 (rs4988235) Ba LCT renunr G>A-22018 (rs182549) amnen Ba
T€HOTUIIMK BapUAHTIAPUHUHT TAKCUMJIAHUII JapakaCUHU Tax W KUJIUII,



JaKTa3a eTUIIMOBUMIWTH puBoIanummaa MCM6 (C>T-13910) Ba LCT
(G>A-22018) rennapuu noauMop(HU3MIAPHHUHAT aXaMUSTUHU OaxoJial;

JaKTa3a  CTUIIMOBYWIINTHA  PHUBOXKJIAHWIIUAA  KAaCAUTMKHWHT  TypUra,
Japakacura Ba KUHCIIap ypracuaa takcuMiaanummra MCM6 (C>T-13910) xamma
LCT (G>A-22018) nomumophu3MIapHHAHT acCOITUATHB OOFIUKIUTHHA Oax0JIal;

KACANTMKHUHT TAIIXUCOTHHH TAaKOMWJUTAIMNITUPHUII Ba KIMHUK KEUHUIIHTA
MCM6 (C>T-13910) xamma LCT (G>A-22018) mnomuMopdu3MiIapuHUHT
TabCUPUHM OaxoJiall.

TagkukoTHUHT 00bekTH cudaruna Camapkana BWIOAT Oojamap Kyn
TapMOKJIM THOOMET MyaccacCaCMHUHT OoJjanap TracTpOIHTEPOJIOTUsACH OYIuMHIa
ym0y Tanrxuc omnan gaBonanHaérran 90 Hadgap 6emop Oostanap OJIMHTaH.

TaagKMKOTHUHT MpeAMeTHHHM OeMOp OOJANAPHUHT KYJI BEHACUAAaH OJIMHTaH
KOH Ba Ha)kKac HaMyHaJIapH TaIlIKWJI 3TraH.

TankukoTHUHT ycy/uiapu. TagkukoTaa Makcajd Ba Basudaiapra SpHILIUII
YIyH MOJICKYJIAP-TCHETHK, WHCTPYMEHTAJ, KIMHUK-OMOKMMEBHI Ba CTATHUCTHK
TaJAKUKOT yCyJutapuaad QonganaHuiras.

TagKUKOTHUHT MJIMHUI SIHTUJIMIH Kyiuaaruiapaad uoopar:

MOMMOP(GU3MHUHT alpUM BapHAHTIAPH KACAJUTMKHUHT PHBOXKJIAHUIIN Ba
KIIMHUK OFUPJWTHHHU 3pTa Oamopar KWIyBYd TpeauKTopiap cudarmma Xu3mar
KWINIIY KypcaTtunu0, Oonanapaa yiakraza etummoBuniauruga MCM6 Ba LCT ren
NOJIMMOPGU3MIIAPUHUHT IMArHOCTUK Ba MMPOTHOCTUK KUMMAaTH aHUKJIaHTaH;

JaKkTaza eTUIMOBUMIUTH OYnran Gonamapaa MCM6 renumnunr C>T-13910
NOJIMMOPGU3MUHUHT MPOTHOCTUK axaMUATUHH aHUKjam acocuga LCT reHuHuHr
G>A-22018 nomumopuaMuHUHT A aienu Ba A/A reHOTUIMUHUHT KaCaJUTMKHUHT
PUBOXIIAHUINY Ba KJIWHUK KYPUHUIIUIAPHUHT OFUPJIUTH OWJIaH IOKOPH Japakajna
OOFJIMKJINTH, IIYHUHTNICK YJAPHUHT JIAKTa3a €TUIIMOBYMWJIMTUHUHT TMPOTHOCTHK
MapkepJiapu cudaTugard poiau ucOOTIaHTaH;

JIAKTO3a AJIMAIIMHYBUHHHT Oy3WJIMIUIAPW Ba OFHPPOK KIMHHUK ajoMatiap
OwraH TaBCU(IAHUIIA KYpCaTUINO, JIaKTa3a eTUIIMOBUYMIIMTHHUHT OFUPJIATH
xamaa MCM6 Ba LCT rennapunuHr wmyrtanT romosurota T/T Ba A/A
TCHOTHUILIAPUHUHT MaBXYUTHTH YPTacuIa CE3WIapiii OOFTUKINK HCOOTIaHTaH;

JAKTO3a aJMAalIMHYBUHUHT TEHETHK XYCyCHSATIapyW HadakaT KacallTMKKa
MOUWWJUIMKHY, OaJKW YHUHT KJIMHUK Y3rapyBYaHJIMTHHA XaM Oenruiamu Tydaimm
Oonamapjga  JlakTaza — CTHIIMOBUMJIMTHMHUHT  OMpilaM4d  Ba  MKKWJIAMYHU
makuiapuHuHr puBokiaanumuaa MCM6 Ba LCT ren nonumopdusmiapuHUHT
POJIM aHWKJIAHTaH.

TaagKMKOTHUHT amMaJIuii HATUKAJAPH Kyluaaruiapiad noopar:

LCT Ba MCM6 TreHIapuHUHT TOIUMOPGUIMIIAPH YUyH TEHETHK
Mapkepiapiaan (Qoigamanumn Ooyiamapia  JakTasa CTHUIIMOBYMIIMTHHH  dpTa
TANIXHUCIAITHUHT aHUKJIMTHHA CE3WIIAPIIM JIapakala OIIMPHUIITN UCOOTIaHTaH,

LCT Ba MCM6 reHmapuHUHT ajlie]l BapuaHTIapd Ba  JlaKTasa
CTUIIIMOBYMJIMTMHUHT KJIMHUK KYPUHUIIUIAPUHU PUBOXKIIAHUII XaBhU ypTacHIaru
ypranuiaran OOFIWKINK KIWHUK aMaluéT/a CHMIITOMJIAPHUHT PHUBOYKIIAHUII
AXTHUMOJIMHYU OamropaT KUIUII OPKaJTd MOHUTOPUHT Ba MPO(HUIIAKTHKA YOopaTapuHA

Tajgad KWjaauraH IKopH XaBQ rypyxJiapyu aHUKJIaHTaH;
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OeMOpJIapHUHT T€HETUK MPOQUIN JIaKTa3a €TUIIMOBUMIMTUHUHT KEUHUILIWHU
Oamropar KWIHIl UMKOHWHU Oepasu, Oy 3ca MHIWBHIyaNT JABOJAIl PEKUMIAPUHU
TaKOMIJIJTAIITHPUIIT Ba THOOWU apajanryBiap caMapaJOpJIUTHHU OIIUPHIN YIYH
KyJda MyXUMIIUTUA KYpPCAaTUIITaH;

TAIKUKOT HATIKaJapyW JlaKTa3a ETUIIMOBYIIMTH Oyiran OoJyamap y4yH
MaxcyCc OBKATJaHHWII Oyinua KypcaTMalapHM W10 YWKHIL, KyMJaJaH,
YJIAPHUHT T€HETUK MOWWJUIMTUIA MOCJAIITUPUITAH MaXCUWIAIITUPWITAH Mapxes3
JACTypJapyuHU SPaTUII YIYH acoC OYJIUIIM UIMHUIA acOCIIaHTaH;

JAKTO3a METaOOIM3MUHUHT OYy3WIUIIM OWjlaH OOFJIMK aHUKJIAHTaH T€HETUK
oMmwiap THOOMIA TeHeTHKa MapKasziapu Ba OoJiajap KacaJUTMKIAPUHU JaBOJIAIll
Myaccacajlapi aMajuMETWra JIakTa3a E€THIIMOBYWIMNIMHU CKPUHUHT KWJIUIL, 3pTa
TalIXUCIAIl Ba OJIIUHY OJIUII YYyH KUPUTHITAH.

TagKHKOT HATHXKAJTAPUHUHT MIHOHYWIMJIMIH UILJA KYJUIAHWITaH Ha3apuil
€HJalmyB Ba ycyiuiap, oiau0 OopuiaraH TaAKUKOTIAPHUHT YCIyOWM KuxaTiaaH
TYFPWINTH, €TapJid JapaxajJa MaTepual TaHJAHTAHIINIH, KYJUIAHWITaH
YCYJUIADHUHT 3aMOHABUWIIMTH, YJIAPHUHT OWUPU HUKKUHUYMCUHM TYJIJAUPAJIUTAH
MOJIEKYJISIP-TEHETUK, UHCTPYMEHTAJI, KIIMHUK-OMOKUMEBUI Ba CTATUCTUK TAIKUKOT
yCyJUlapd acocHjia JIaKTo3a MeTa0oJM3MUJa TEHJApHUHT Ba MHOJUMOP(D
BApUAHTJIADUHUHT TAhCUPUHU  OaxOJIAIHUHT Y3WUra XOCJIUTH, HATWKAJIapHUHT
XaJKapo Ba MaXxaJUIMi TaxkpuOanap OWjiaH TaKKOCJIAHTAaHM, XyJioca Ba OJIMHTaH
HaTWKaJIap BaKoJATIM Ty3WIMajap TOMOHUJAH TACAUKJIAHTAHIUTH OujaH
acoCJIaHa/IU.

TaagKUKOT HATHKAJAPUHMHI WIMHMH Ba aMajimil axaMHMATH. TaIKAKOT
HATWKAIAPUHUHT UMUK aXaMHUSITH KacaJlsIMK aHWKJIaHTaH Oemop Oomamapia
nakTa3a (EpMEHTUHUHT ¥y3 Ba3u(dacUHM TYJIAKOHIM OakapMaciurd OKuOaTHia
Xa3M ab30Japujia JJAKT03a META0O0IM3MHIa UIITUPOK STYBUYH KATOP OMUJIJIAPHUHT
KYpPCAaTKUWIAPUHUHT XYCYCHUSATIApU XaKUJaru MabIyMOTJIAPHU TYJIJAUPUIIUILIHU,
FeHETUK MapkepiapjaaH ¢oigananu0d JakTaza EeTUIIMOBUMIIMTU — XaBhUHU
Oaxojami, 9pTa TalIXWCIAll Ba MIAXCUUJIAIITUPWITAH Mapxe3-TepanusHu
peXanamTUPUI UMKOHUSTUHN KEHTaUTUPTAHIUTU OUJIaH W30XJIaHaIH.

TagKUKOT HATIXKAIAPUHUHT aMajaud axamusiTd (PEepMEHT ETUIIMOBYUIUTH
TalIXUCH acociamiaa KymumMmua auddepeHiman-quarioCTUK ME30HIapHU TalllKIIT
STUJTAH, JIAKTO3aHUHI METa0ONMM3MHUJA UINTHUPOK HTYBYM  (PEPMEHTHUHT
daonusaTura  TabCcHp ~ KypcaTyBYM ~ TE€HHUHT  moiuMOpdUK  ajuien  Ba
TCHOTUIUIADUHUHT  TapKaJWIl  YacTOTAJIAPUHU  AHUKJIAHTAHJIWTA  OWJIaH
M30XJIaHAIH.

TaagKUKOT HATHIKAJIAPDUHUHT KOPUHA KUJITUHUILIM.

bonamapna nakTtaza (QepMEHTH  CTUIIMOBYWINIH  PUBOKJIAHUIITHHUHT
MOJICKYJIIP-TEHETHK acocyiapu OViinya OJIMHTaH WIMHWM HaTHXKadap acocuaa:

Oupunyy  uaMull  AHeUIUK:  TOJIUMOPOU3MHHUHT  alpuM  BapUaHTIApU
KAaCAJUIMKHUHT PUBOXJIAHUIIN Ba KJIMHUK OFUPJIMTUHM 3pTa Oamopar KUJTyBUH
npeaukTopiaap cudartuga XU3Mar KWIMIIM  KypcaTuianO, Oosanapja Jakrasza
etumMoBuniurua MCM6 Ba LCT ren noaumMopdu3MIapyUHUHT JTUArHOCTUK Ba
MPOTHOCTUK KUMMaTH aHUKJIaHTaHIuTu OVinua Takimudiaap CamapkaHj aaBiaT

TUOOMET YHUBEPCUTETUHUHT HKCIIEPT KeHramu Tomonuaan 2025 v 26 gespania
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/-coH OwnaH Tacnukianrad «bonanapaa naktaza QepMEHTH €THIIIMOBUYMIUTHHU
MOJIEKYJIAP-TEHETHUK TaMOMWJIAp acOCHA AHUKJIAIIHMHI 3aMOHAaBUN yCYJUIapH»
HOMJIM YCIIyOHil TaBCHSIHOMa Ma3MyHUTa CHHTIupuiaran. Maskyp taxmud Kuzzax
maxap THOOHET OupamMacura Kapanuiid HeBpOJIoTys Ba Oomanap 6yaumu Oyiinda
10.04.2025 vmmmaru 1700-3-55-TB/2025-con xamna Kamkanapé Bumositu 6omamap
Ky TapMoKiu TuOOMET mapkasu Oyiinya 09.04.2025 imnmaru Ne 98-T-con
Oylipykmapu OunaH amanuérura >xopuid dTuiaran (COFIMKHU CaKJIall Ba3UPIUTH
xy3ypuaaru Mnmuii texHuk keHramHuHr 2025 #wun 7 wuronmmaru 21/16-con
xynocacu). HMowemumouii camapadopiueu: NaKTa3aHUHT (epMEHTATHB (aoausiTu
Oy3wIuIlKM OWJIaH XacTaJlaHTaH OeMOpJapHU KIMHUK Ba JIabopaTop TEKIIUpYBIA
AHUKJIAHTaH TEHJIApHM ajulell Ba TEHOTUIUIAPHUHI TAKCUMJIAHUII YacTOTaJlapH
OoJanap racTpo’HTEPOJIOTIIApH, IeANaTpaap, HEOHATOIOIIAP Ba YMYMHUM aMaTuET
mudoropiapura ymoy MNaTOJOTUSHUHT STHUOJOTHUSICH, IaTOTCHE3WHU TAaCHU(
KWIAITHA, Xa3M TU3AMHHUHT (QYHKIIMOHAT TYy3WJIMAJapUHUHT (DAOTUATHHU
OY3WIMIIMHA 3pTa TalIXUCIAIl Xamaa KEHMHYAIWK KeMuO YMKUIIH MYMKHH
OynraH acopaTJIApHUHT OJIIMHU UMKOHWHM OepraH. MKmucoouti camapaoopaucu:
Ma3Kyp KacaJUIMKHU cTaluoHap JaBojiaml yuyH capduanaguradn 1600000 cym
Mabnarinap 6eMop OoJlaJapHUHT KOH HaMYyHAJIapy acocu/jia JakTa3a (pepMEeHTUHUHT
MUKIOpPU Ba TapkuOura OOFIWK moauMopd TEHJIApHUHT  ajUle]l  Ba
TCHOTHILIAPUHUHT KYpCaTKUIJIAPHHN aHUKJIAIIIa OMOKUMEBHIA TEKIIUPYB yCYILIap
caMapaJIoOpJIMTUHU OIIMPHUO, OPTUKYA TEKIIUPYBIAPHUA KUCKAPTUPHUII HATHXKACHUTIA
UKTHUCOJ] KWJIMUHAIN,

UKKUHYY UIMULL SAHSUIUK: JlaKTa3a eTUIIMOBYWIMTH Oyiran Oomanapia
MCM6 renununr C>T-13910 monmuMopdU3MUHUHT TMPOTHOCTUK aXaMUSTUHU
anuknam acocuna LCT reauaunar G>A-22018 monuMopdu3MUHHHT A alljieu Ba
A/A TEHOTUNMHUHT KaCAJUTMKHUHT PUBOXKJIAHUINN Ba KIWHUK KYPUHUIILJIAPHUHT
OFUPJIUTU OWJIaH IOKOpHU Japaxkajga OOFJIMKJIUTH, IIYHUHTJICK YJIapHUHT JaKkTas3a
CTUIIIMOBYMJTATTHUHT MIPOTHOCTHK MapKepJiapu cudarugaru poiin
ucOoTinaHrawuru OVinua takimudiap OVinua Ttakmudaap CamapkaHn gaBiat
TUOOMET YHUBEPCUTETUHUHT HKCIIEPT KeHramu Tomouuaan 2025 itun 26 gespanna
7/-coH OunaH TacaukiaHraH «bonanmapaa nakrasa (pepMeHTH €TUIIIMOBYWJIMTUHU
MOJIEKYJIAP-TEHETUK TaMONWJIap acOCHa AHUKJIAIIHWHI 3aMOHAaBUM yCYJUIapu»
HOMJIM yCIIyOMil TaBCUSTHOMAa Ma3MyHHUTa CUHTAMpUiIrad. Maskyp takinug Kuzzax
nraxap THOOUET OupIianMacura Kapaiuid HeBpoJIorus Ba Oonanap Oynumu OVitnya
10.04.2025 vnngaru 1700-3-55-TB/2025-con xamaa Kamkagapé Bunnositu 6omanap
Ky TapMoOKJM TUOOMET Mmapkasu Oyiinya 09.04.2025 imnmaru Ne 98-T-con
Oyiipykinapu OunaH amanuérura >xopuid dTuiaran (COFIMKHU CakKJall Ba3UPIUTH
xysypunaru Wnmuii Texnuk keHramHuHT 2025 ¥mn 7 wutonmaru 21/16-con
xyJiocacu). Moxcmumouti camapaoopaucy. TaIKUKOT HATUKAJTAPUHUHT YPraHWIraH
reHyiap MOJAMMOP(U3MHUHT ajulesl Ba TEHOTUIUIAPUHUHT TYpJW dYacToTajapnaa
TAaKCUMJIAHUII KypcaTKAuIapura OOFIMK X0JIa JaKT03a MeTa0oIn3Muaa UIITUPOK
OTYBYM JIAKTa3aHUHT (EPMEHTATHB KYPCATKUWIAPWHW HWIMOHWIM  Tap3fa
aHUKJIalmra WMKOH OepraH. byHman Tamkapu, TeHJApHUHT MOJUMOPHU3M
makyapuHuHar resoturiapu T/T-13910 xamma A/A-22018 romo3uroT xoJatiaa

dbepMEeHTHUHT (paosIMsATUTa CaIOUil Tacup YTKa3TaHJIMIU, Ba KaCANTMKHUHT €HTHUII
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makiauau puBoxjanumura C/C xamaa G/G reHoturuiap cabad oynuimm acociad
oepwiran. HUxmucoouti camapadopiaueu: Ma3Kyp KacaUIMKHU  CTallMOHAP
mapouTuaa aaBojiaHui yayH capduanaauran 1150000 cym mabnarmap dhepMeHT
JaKTa3aHUHT (AOTUATUHU 3aMOHABUUM JMArHOCTHKA ycyimapujaH ¢oiinanaHuno
aHUKJIAIl OpKaIM TUOOWM THU3MMra OpPTHUKYAa IOKHM KaMaTUPHUIN HaTHXKacuia
WUKTUCOJ KUJTUHAIH;

VUUHYY UIMUL SAHSUIUK: JTAKTO3a JIMAIIMHYBUHUHI aHUKPOK OY3WIHILLIApH
Ba OFUPPOK KJIMHHUK ajomatiiap OwiaH TaBCcU(IaHUIIM KYpcaTwinO, JakTasza
€TUIIMOBUMIMTUHUHT ofupiurn Ba MCM6 Ba LCT reHnmapyuHUHT MyTaHT
romo3urota T/T Ba A/A TEHOTUIIApUHUHI MaBXYJUIUTU YpTacuaa ce3usiapiu
OOFJMKJIMK MCOOTJIaHTaHJIUTH OYinda Takaudiap Oyitnmda takauduap Camapkana
JaByiaT THOOMET YHMBEPCUTETUHHUHT SKCHEPT KeHramu ToMoHuaad 2025 iun 26
deBpanma 7-con OunaH TacaukianraH «bomamapnma  nakTtaza  epMeHTH
ETUIIMOBUMJIUTUHU MOJICKYJISIPD-TEHETUK TaMOWWJUIAp acoCHJa aHUKJIAUIHUHT
3aMOHABHMIl yCyJJIapu» HOMIIM YCIyOMH TaBCUSHOMAa Ma3MyHWIa CUHIIUPHUITaH.
Maskyp taknud Kuzzax maxap THOOMET OupranimMacura Kapaiuii HEBpOJIOTHs Ba
Oonmamap OYmumm Oyimaa 10.04.2025 #imnmarm 1700-3-55-TB/2025-con xamma
Kamkanapé Bumostu Oonanmap Kym TapMOKJIA THOOMET Mapkazu OVyiinua
09.04.2025 #tunparu Ne 98-T-con OyiipykJiapu OusiaH aManuéTura >KOpui STHIITaH
(CornukHM cakyaml Ba3upiauru xysypuaara Mnmuii texuuk kenramauar 2025 iun
7 wrongaru 21/16-con  xynocacu). Hocmumouu camapaoopiaueu: TaaKUKOT
HATWOKAJIAPUHUHT TIeAuaTpus Ba OoJiajiap TAaCTPOIHTEPOJIOTHSICH — aMallu€éTura
KOPHUM HJTWIMIIM HATHXKACHJA KacaJUIMKKa 3pTa TalIXWC KYWWII, [1aBOJIALI
VIUIAPUHA TYFpU HydAra KyMUIOI XamJa KYHJIUMK pPauMOHHU TYFPU TY3UILIHU
UIIOHWIM Tap3da aHuKJalra HWMKOH OepraH. Mxmucoouii camapadopiucu.
MOJIEKYJISIP-TEHETUK TEKIIUPYBJIAP OPKAIHU JlakTa3a (PEepMEHTU E€TUIIIMOBUMUIUTHHU
AHUKJIAHWIIM TE€3 Ba aHMK TAIIXUC KYWHII OpKaJId y30K BaKT JaBOM 3TaJUraH
HOQHUKJUKIAD Ba HOTYFpU [ABOJAHUIUIAPAAH KOYMIL, HSpTa aAHUKJIALI
MYyaMMOHHMHT OFHUp IIaKUlapura oJiu0 KelaguraH KEYUKTUPUIIUIAPHU OJIJTUHU
OJIMII HAaTM>KACH/Ia JABOJIAI Ba pEaOMIIUTALIUS XapaKaTiaapy UKTUCO KWIMHAIN;

MypmuHyy — UIMUU ~ SAHSUAUK:  JIAKTO3a  AJIMAIIMHYBUHUHT  TE€HETUK
xycycusiTiapu HadakaT Kaca/UIMKKa MOWWJUIMKHM, Oallki YHUHT KJIHWHHUK
VY3rapyBUaHJIUTUHU  XaM  Oenruiamu  Tydainu — Oonamapjaa — JlakTasa
ETUIIMOBYMJIMTUHUHT OMpJIaMud Ba MKKUJIAMYH IIAKUIAPUHUHT PUBOMKIIAHUIIINA
MCM6 Ba LCT ren noaumopu3MIapuHUHT POJIM AHWKJIAHTAHIWTH OYiinda
taknmuduap Oyiinua Taknuduap Camapkana naBiaT THOOMET YHUBEPCUTCTUHHHT
dKCHIEPT KeHrammu ToMoHuaan 2025 i 26 dbeBpanga 7-coH OuaH TacauKJIaHTaH
«bomanmapna maktaza  (EepMEHTH  CTUIIMOBUMJIMTUHH  MOJICKYJISAP-TCHETHK
TaMOWMJUIAP AacCOCHAA AHUKJAIIHUHT 3aMOHAaBHMH yCyJlapy» HOMIIM YCIyOuil
TaBCUSIHOMA Ma3MyHHUTa CUHrAupuirad. Maskyp takimud Kuzzax maxap THOOUET
OupnanmMacura Kapaiuid HeBpoJiorus Ba Oonamap Oynumu Oyiimua 10.04.2025
nungarn  1700-3-55-TB/2025-con xamna Kamkagapé Bwiosatu Oonamap Kyl
TapMOKIM THOOMET Mapkasu Oyinua 09.04.2025 imnmarm Ne  98-T-con
OyiipykJjiapyu OusiaH amanuérura >xopuil dtwirad (COoFJTMKHU CakKJIall Ba3UPJIWUTH

xy3ypuaaru Wnmuii texHuk keHramHuHr 2025 #wun 7 wurongaru 21/16-con
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xynocacu). Hoemumouii camapaoopiueu: Taknud OTUIAETTaH  KOMIUIEKC
énmamrysnan (oimananum anamuesuaa JIE 6unan kacamianran 0emop GonanapHu
naBomam  CcU(MATHHUA  SXIIWIAWIWA.  Mxmucoouu  camapadopaueu:  Ma3Kyp
KaCaJUIMKHU CTallMOHAp IIapouTHAa JaBojaHuil y4uyH capdnaanaauran 800000
cyM Mabarnap MOJICKYJISIP-TeHETUK YCYJUIApHU KOPUH 3TUII OPKAIH AaBOJAHHIII
myanatu 10 KyHIaH 5 KyHrada KUCKapTUPHUIIT HATHXKACH 1A UKTUCO] KATUHAIH.

TaagkKMKOT HATWKAJAPUHUHT  anpodanmusich. Maskyp  TaaKUKOT
HaTIKajgapu 4 Ta UIMHUH-aManuil aHXyMaH7a, )KymiIaaaH, 2 Ta XaJkapo Ba 2 Ta
pecnyOiMKa HIMUR-aMaliuil aHKyMaHJIapuIa MyXoKkaMaaaH YTKa3ITaH.

TagKuKOT HATHKAJAPHHUHT JbJOH KHWIHHTAHJIuru. Jluccepramms
MaB3ycH Gyiinua skamu 13 Ta WIMHIl MIN 9OI STHITAH, IyJapJaH Y36eKHCTOH
PecniyOnukacu Onuil  arrectanus KOMHCCHSICHHUHT JIMCCEpTalUsap acocui
WIMHUI HaTWKaJIApUHU YOTI STUII TaBCUS STUJITaH WIMHUH Hamipiapaa 6 tTa MakoJa,
KyMJlaJiaH, 2 Tacu pecryOinKa Ba 4 TaCH XOPHKHH KypHaIapia Halp STUJITaH.

JluccepTauMSIHUHT TY3WJIMIIM Ba Xa:kMu. J(uccepramus TapkuOW KAPHII,
TypTTa 000, XOTHMMa, XyJjocaiap Ba QoiganaHwiIran anaduérinap pyuxaTujaH
noopar. JIuccepranusauar Xakmu 120 GeTHU TaIKWI 3TraH.

JIUCCEPTAIIUSIHUHT ACOCU MA3ZMYHHU

Kupum xkucMmuaa yTka3wiral TaJIKUKOTIAPHUHT J0J3apOJiMru Ba 3apypaTu
acociaHraH, TaIKUKOTHUHI Makcaaud Ba Basudaiiapu, O0OBEKT Ba MpeaMeTiiapu
TaBcU(IIaHTaH, pecnyOiarKa GaH Ba TEXHOJIOTHSIAP PUBOKIAHUIIMHUHT YCTYBOP
HYyHaIUMIUIApUra MOCIWTYA KYpCcaTWITaH, TAAKUKOTHUHT WJIMHUN SIHTWINTH Ba
amManuil HaTwXKalapu O0a€H KUJIMHTAaH, OJMHTAH HATIKAJIAPHUHT HIIOHWINIIUTH
acoCJIaHTaH, yJIapHU WIMHH Ba aMalluii axaMusiTH O4yuO OepwiraH, TaJIKUKOT
HATWKAJIAPUHU aMalTuETra JKOPUI KUJTUII, UIIIJIAPHUHT anpoOaruscu HaTHXKaJlapHu,
Hallp KWJWHTAH WIUIAp Ba JUCCEPTAIMSHUHT TY3WIUIIM OYinua MabiyMOTIIap
KEJITUPHUJIITaH.

JucceprauusiHUHT  «JlakTa3a eTHMIIMOBYWINIM  JTHONATOTeHE3WHUHT
3amoHaBuil :kuxaraapu (Man6anap mapxu)» 1e6 HoMIaHTaH OMpUHYN O0OMIa
spra €m AaBpiapugard Oonamap Xa3M TH3UMHUAAQ — JIAKTO3a METa0OJM3MHUHU
Vpranui Oyiinua >kaxoH anaOuérinapuiard MabiyMOTIapHH Oatadcuil Taxiavim
HaTWXKaJIapy KeATUPUITaH. A1aOuéTiap TaxJIuiu MabIyMOTIAPHUHT YaJIKaIUIUTH
Ba TypJIM XWUINTH, TypJiMdya XyayAjiapaa axojdyd Opacula aHWKJIAHTaH JIAKTO3ara
WHTOJICPAHTIIMK XOJaTJiapyu JaKTo3a MEeTa0ONM3MHUHHM Oaxonamn Oyindya aHWK
TaBCUsUIap WYKIUTHHH Kypcarnu. JlakrozaHuHr meraboim3mura OaFuIIUTaHTaH
120man opTUK XOpWXKUN amaOuérnap TaxJIWIW YTKa3uiaraHn OYnuo, V36ekucron
XyIyauJa KaCaJUIMKHUHT PUBOXJIAHUIIWTA TabCHUpP STYBUYM TE€HHHUHI aJlie]l Ba
TEHOTUIUIAPUHUHT TMOMYJSIUUSUIApA  ypTacuaa TaKCUMJIAHUII YacTOTAJIAPUHU
Vypranuiira OarvlUTaHTaH WIMHANA TaJIKUKOT MabIyMOTIapU >KyJa KaMUYWIUKHU
TAIIKWJI 3TUILN KYypcaTHO YTUITaH.

Hucceprauusstnuar «Marepuajuiap  Ba  TaAKUKOT  YCYJUIAPUHU
XyCYCUAITJIApW» 10 HOMJIAaHTaH UKKUHYM 000M 3Ta kuuuk OoOsapra OYiuvHraH
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O0ynu0, TaAKMKOT 0710 OOpuIIa KYJUIAHWITAH yCeyJulap Ba MaTepHhalljiap Xakuja
MabJIyMOT O€pUJIITaH.

«TaaKuKOT MaTepHAIADUHMHT YMYMHUiIl TaBcuu» 1e0 HOMIIAHTaH
OMpUHYM KUYUK O00H.

TamKUKOTra JOWp TEKIIMpYBiIap Y30ekucToH PecryGmukach COFIMKHH
cakjaml Ba3upiaurn PecmyOnnka HXTHCOCHAINITUPWITAH TEeMAaTONOTHs WIMHIA-
amanuii THOOUET Mapka3uHUHT MoJekysip THOOUET Ba XyXkaipa TEeXHOJIOTHSIIapH
oymumuaa (Kapumo H.5.) xamna TuG6uit renetuka nadoparopusicuaa (bodoes
K.T.) onmu6 6opuiay.

bapua 6emopiapaa MOJIEKyISIp-TeHETUK TEKITUPYBIAp YTKa3uiaau. Acocuil Ba
HazopaT rypyxujaaru 6apya TeKIIMpyBUMiIapaa Kyujaara noaumopdusmmiap:

154988235 MCM6 renu (C13910T) Ba rs182549 LCT (G22018A) renu
noJIMMOPGU3M  JIOKYCTApUHUHT ajile]l Ba TEHOTUIUIAPUHUHT TaKCHMJIIAHUII
4acTOTACU YpraHWIAH.

Ym0y TagKMKOTHUHT MIAKJUTAHTaH MaKCaJWHU aMajra OIIMpPHII y4yH Oapya
cuHOB Oonastapu (n=90) Kyiiuaaru ydra rypyxJjapra axpaTuijiu:

bupunun (I) cunoB rypyx JIE HUHr gapaxacura Kypa Ofup, ypTa, €HIUI
napaxanu 6emop Oosanap.

Nxxkunun (II) cunoB rypyx JIE HMHT Kenu0 4YMKUILKA TypJiapura Kypa
OupramMuu Ba UKKWJIAMYH TypyXJiap.

Yayunuu (III) cuHOB TypyXM IKMHC BakwIapu opacuja KaCaJUTMKHUHT
TapKaJUIINra Kypa MaKUIaHTUPWITaH TYpyX.

Typrunun (IV) Hazopar rypyxra (n=85) xeu KaHmail ¢epMeHT
ETUIIMOBYMITUTH aHUKJIaHMAaraH mapTJid COFJIOM OoJanap TypyXH.

1-xanBan
JIE anukj1anrad 6eMop 6oJiajiap/a 3HI KVl yYpailiurad KJIMHUK CHMIITOMJIap

Kanauk cumMnromiiap Kiauank 6esirunuHr yupammu (%0)
AOboMUHAI OFpHKJIAD 100%
Mereopuzm 100%

(nyaksapia ra3 TYIUIAHHUIIH)

Kosrka (M4ak caHuuFu) 80,0%
Huapes 65,0%
Kao3usT 50,0%
WinraxaHuHr HYKOIMIITT 90,0%
Kawm Bazuimuk(rumorpodusi) 68,0%
Kaiit xunumn 75,0%
KopuH coxacuna rynaupanuiap 90,0%
AXJaT paHru Ba XUIMHUHT Y3rapHIIHn 85,0%

MCM6 renununr rs4988235 (C13910T), LCT renununr rsl182549
(G22018A) mnonumopd MapkKepJIapUHUHT ajuiejijlapd Ba TE€HOTUILIAPUHUHT
Tapkanum yvactotanapunu JIE anukianran Oemopiapia Ba IIAPTIAM  COFJIOM
Oonanap rypyxunaa ypranwiau. JIE tamxucu kyimiaran, CamapkaHj BUJIOSTH
Oonanmap Kym TapMOKJIM TUOOMET MapKa3WMHUHT OoJiajiap TacTPOIHTEPOJOTUSICH
oymumuaa 90 nHadap Oemop Oosamap KEHI KaMpPOBIM KJIMHHUK-1a00paTop
TeKmupyBaad yrkazwiad. JIE Ttamxucu Ounan Oynumra €ETKu3WIraH Oemop
Oonanmap CHUMITOMATHK Ba KIWHUK J1abopaTop TEKIUpYBIApAaH YTKa3UJTaH
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MaBJIyYMOTJIAp acocuja Oup KaHya >KajBajulap I[IAKIUIAHTUPWIIM Ba OeMop
Oonmamap opacuaa OSHT Kyl ydpalguran KIMHUK CHMOTOMJIAp Oyiinda
Kypcatkuuiapu anukiaanau (1-xaasan).

bapua niMuii TaIKUKOT MILIApH JaBOMUAA OOJIaJJapHUHT YMYMUN XOJaTH Ba
03UK-OBKAaT UCTE€bMOJIMHU Xap KyHHU Ky3aTuO OOpHIIIH.

«TankukoT ycyaapw» 10 HOMIAHTAaH WKKUHYM KUYUK OoOwuna:
naboparopusi TAAKUKOTIAPH YUyH KYJ BEHACHIAH MaxcCyc IIMpHUIyIap épaamuiaa 3
MJI KOH OJIMHAM, 1 MJI KOH OMOKUMEBUH TaxJIMJI YUYH IIUTpATCU3 MpoOupKara Ba 2
MJT KOH LIUTpaTIaHTaH MpoOupKara OJIMHTaH.

bapua 6emopiapaa MoJIeKyJsIp-TeHETUK TEKITUPYBIAp YTKa3uiaau. Acocuil Ba
HazopaT TypyxXuJard Oapua TEeKIIUpyBUMapAa KyHugaru moJuMopdusMiap:
154988235 MCM6 renu (C13910T) Ba rs182549 LCT (G22018A) rennapu
noJIMMOPGU3M  JIOKYCTApUHUHT ajile]l Ba TEHOTUIUIAPUHUHT TaKCHMIIAHUII
yactotacu ypranunau. FOxkopu cudarnu JIHK HamyHanapunu nepudepuk KOH
HaMyHacHu JUMQOUUTIAPUIAH aXpaTUO OJIMII OpKajau, OU3 TeHIap CTPYKTypacu
Tax IWJIMHYU TosinMepasza 3anxup peakuusicu (I13P) ycynu Ounan amanira onmmpauk,
Oy ycys y4 O0CKUYjaH nbopar:

* Kimnuk namynanan JJHKHu axxpatu6 onuiu

» JIHKHuHr Maxcyc OynakinapuHy aMIiduKanus KA

* Ammumuduxanus MaxcyJOTIapyUHU aHUKJIAIIL.

bapua texmmpyBumiapaan Vacutainer typu (3/ITA 6unaH) npobupkagapura
(Purple cap, DATA K3, 13*75mm, S5Mi1) KOH HamyHacw OJHMHIM. JIeHkoumuTiap
JHK axparumr yayn "Ampli Prime RIBO-prep” (Interlabservice LLC, Poccus)
Tymiamunan  ovgananmwigy. IlomuMoppusM [eTeKkcHsicu MoJuMepas 3aHKHUpP
peakmusicu (IT3P) ycynu 6mnan Rotor Gene Q (Quagen, I'epmanusi) Kypuimacuia,
real-time popmaruna amen-crneruduk [13P yeyau épmamuna "Litex" (NPF Litex,
Poccust) peaktuBiap TymiamMu OusiaH amalra OMUPUIIIH.

«HaTwkaJapHUHT CTATHCTHK TaXJWJaWw» 7c0 HOMJIAHTaH YYWHYH KHYUK
600mu.

OnuHran  MabJIyMOTJIapHUM  CTAaTUCTHK  KaWTa  MIUIalm  Taxpuoa
OEMOpJIApMHUHT  aJloXMJla TypyXJlapu TMapaMmeTpiiapu opacujaaru (papKHUHT
aXaMUATHHU aHUKJIAIl YYyH CTAaTUCTUK TaxJIWJ aMalira OIUpWwian. ['eHoTuriap
TaKCUMOTHHUHT Xapau-BalHOepr TEHIVIMK TaKCMMOTHJIAaH OFUIIMHU OaxoJialll
yayH “GenePop” kommbioTep Aactypuaad Qoumananmiad. Tagkuk KAJIWHAETTaH
TCHJIAPHUHT aJlie]l YacToTallapyuHU XHcoOjam Kyduaarn Qopmynara acocaH
amanra ommpwian p=2np+npg2N,p = \frac/2np + npq 2N, JIE puBoxitaHuin
xaB(uHM OaxoJail Ba TAAKUKOT KWIMHAETTaH OeMopJiap Ba HA30paT TypyXxujaaru
aJuie]l Ba TEHOTHUI YacTOTaJapuHM TakKKocuamjga [IupcoOHHMHT ¥* TECTH Ba OJJIC
patuo (OR) 95% wmiony opanuru OuiaH WIUIATHIAN. XUCOO-KUTOOIAp YUYH
Open Epi 2009, Bepcuon 2.3 pacTypuii TabMUHOTH WILDIATHWIAH. YUIOY
KYPCAaTKUWIAPHUHT HUIIOHWIMIMK Japaxkacu CTIOIEHTHUHT T-T€CTH EpJaMujia
xucobanau. Masaymotiap p < 0.05 6yiica, uimoH4au ae6 XucoomaHu.

JucceprauustHUHT «MoJ1eKyJasip-TeHEeTUK TAAKHKOTJIap» 1e0 HOMJIaHTaH
yauH4YM 0o0maa Jakto3a Metabommsmuga MCM6 renununr C>T-13910
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NOJIMMOPGUBMUHUHT aXaMUSATH, TEHOTUIUIAPHUHT KAacaJJIUK PUBOXKJIAHUIINMIA
TabCUPU TYFPUCUAA ACOCUM KUXATIIAPU KENTUPHUIITAH.

JIE tamrxucu 6emop Oonanapaa yTkaswiran jgabopaTopus, MHCTPYMEHTAJ Ba
MOJIEKYJISIP-TeHETUK TaJKUKOTIAp HaTH)Kajlapura acociaHu0 aHWKIaHau. Acocuid
rypyx cudaruga taminadnran 90 Hadap O6emop OoNaHMHT KJIMHHK Ba jabopatop
KYpcaTKAWIapy Tax, il KUauHau. Taxywn HaTkanapura kypa, 16 Hadap 6emopaa
KaCALTMKHUHT YpTada OFUPIIMKIAry IaKiIu aHUuKJIaHTad 0yica, 65 Hadap 6emopa
eHrW1 Japaxkacu, 9 Hadapuaa sca JakTasa CTHUIIMOBUMIUTHHUHT OFUP IIAKIU
KAl STHIAM. YTKA3WIraH TaxXJIWIM HaTWKalapura Kypa, Gemop Oomamapia
anukjganradh MCM6 TeHMHUHT TEeHOTUIl BapUaHTJIApU KaCaUIUK JapakacHHU
aHUKJalAa MyXuM poll YiHaiinu. By sca nakTaza eTHIIMOBYMIMIU TalIXHUCHHU
aHUK KYWUII Ba JaBOJIalll CTPATETHSICHHU TYFPU PEXKaJAIITUPUIT HMKOHUHU
oepaau.

Acocuil rypyxaaru Oonaniap beHeauKT TaxJIMIM acocujia KJIWHUK IIaKJIura
Kypa KyWhuJaruya TakCUMJIaHAu: SHr ofup wmakiu T/T reHoturm Oosanapna
Ky3aTuiu0, ynapHuHr ynymm 10%Hu tamkun 3tau (1-pacm). YmOy rypyxnaa
axyat TapkuOuga yrieBoa Mukaopu >1% opamuruna Oynran. C/T reHoTuruu
OeMopJiap KaCAINTMKHUHT YpTa OFUPJIMKIATH MIaKiIura MaHcyo O0ymnuo, 72,2 %Hu
TalKUI 3TAU, yiapaa yrieBoa mukaopu 0,6—1% arpodunma OYnaran. OHr eHTrHI
KIMHUK KypuHui 3ca C/C reHotunura sra 6oJiajnapaa aHUKJIaHuO, Oy rypyx KaMu
o6emopiapuunar 17,8%HM Tamkwi 3TOU. YJIapHUHT axjaThjaa Xa3m Oyiamarad
yraeBoa napaxacu 0,3—0,5% nan rokopu Oyiras.

bemop OonanapiaH oJMHTaH Hakac HaMyHalapuja beHemukT TaxJimiau
acocH/ia aHMKJIaHTaH YTJIEBOJ Japakajapyu KaCaUIMKHUHT KIMHUK KYpUHUIILIApU
Xamjia TeHOTHUI BapHaHTIAPU OWMIJIaH TaKKOCJIa0 YpraHWIIu:

1.2
1.1

1.0F

0.9
0.8}

0.7

Uglevod miqdori (%)

0.6
0.5
0.4

C/C c/T T/T
Genotiplar

1-pacm. Bemop 0osanap rypyxuaa oJTMHraH Ha;Kac HaMyHajapuaa beHeIuKT TaXJIMJIHHU
reHOTHIl BAPHAHTJIAPH OWJIaH TAKKOCIAII

Taxxpuba rypyxjapuia KacCaTUK Japakacura, KeIn0 YMKHUII Typura, YFII Ba
KH3Jap opacuja TapKIWIIWTa Kypa jkaJBajlap MIAK/UTAHTUPWIAN Ba (EpMEHT
daonusTUra y3apo Tacup KypcaTKU4YJapu aHUKJIaHTaH.
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MCM6 renunmaru

Oemopiap Ba  Hazopar

rypyxjapujia JakKrasza

etumiMoBUMIUry (C>T-13910) reHOTUNIIAPUHUHT Ba aJUICJUIAPUHUHT TaKCUMOTH
Kyhumaaruda oymam (2-xaaBai).

2-KaaBaJ

MCM6 renugaru 6eMopJap Ba Ha30paT rypyxJiapujaa ajjies Ba reHOTHUIIAPDHUHT
TakcuMuianum yacroracu (C>T-13910)

No T'enoTun Ba ajuiesiap Acocwii rypyx n=90 (180) | Ha3opart rypyxu n= 85 (170)
1 C/C renotun 65 (72,22%) 79 (92,94%)

2 C/T renorun 16 (17,78%) 6 (7,06%)

3 T/T resorun 9 (10,0%) 0 (0%)

4 C amnenu 146 (81,11) 164 (96,47%)

5 T amnenn 34 (18,89%) 6 (3,53%)

Hatwxkanap myHu KypcaTaauku, acocuid rypyxmaa T amiend 4acTtoTacu
1okopupokK (19% ra siku) OynmuO, T/T reHOTUNUMHUHT XaM MablyM Japaxkaja
yupamu Ky3atuinau (10%) (2-xaasan). by 6emopnap nonysiusicuaa C>T-13910
nosuMophu3MH  TaKCUMOTH  Xapau—BaitHOepr ~ MyBo3aHaTuaaH — OFuO
KEeTraHJIUTUHU Ba T ajUIeIMHUHT KIMHUK axaMuATra 3ra OYJIWIU MyMKUHIUTHHU
Kypcatamu. Hasopar rypyxuaa aespiu Oapya uimntupokdmiapiaa C/C reHoTunu
yuparal Ba T/T renotunu anuknanmarad. T amienu yactoTacu xyjaa nact (3,5%),
Oy rypyxJa reHeTHMK MYBO3aHaT CaKJIaHTaHWHU Kypcatagu. Acocuil rypyxzaa T
amtenu vactotacu (18,9%) nHazopar rypyxugaruaan (3,5%) xapuiid6 5 Oapasap
tokopu. T/T renormmm dakar acocuii rypyxaa (10,0%) kysatwinam, Hazopar
rypyxuaa sca Oyrynnai iyk. C/C reHoTMII YacToTacu Ha3opaT TypyxHla aHda
oKopu (92,9%) Oyica, acocuil rypyxza y cesmnapiu gapaxana nact (72,2%).
I'ereposuror C/T renotunu acocuii rypyxnaa kympok (17,8%) yudparan, Hazopar
rypyxunaa sca kampok (7,1%). Acocuit rypyxma T amnmenm gactoracu OKOpU
6ynmu6, T/T renoTunu cesunapiu napaxana ydpaiiau, 0y sca moauMopOUu3MHUHT
KIMHUK aXaMUSITHHU Kypcataaud. Hazopat rypyxuna C annenu yCTYHIMK KHJIaau
(96,5%) Ba T/T reHoTunu yMmyMaH Ky3aTWiIMaraH, Oy MOIMyJSIUsAAA TEHETHK
MyBO3aHAT CakjaHTraHujaH npanonat Oepamu. ['ypyxmap Vypracumaru dapkiiap
MCM6 renununr C>T-13910 nomumopduzmu 6emopiap GEHOTUNHIA MYXUM POJI
VAHAIMHU ~ KypcaTaaun Ba ymilOy NOJIUMOPGU3M  KACAUIMKHUHT T€HETHK
Mapkepiapuiad oupu cudartuaa Kypud YMKUWIMILIA MyMKHH.

MCM6 renumauar C/T -13910 momumopdusmmma acocuii Ba Ha30par
rypyxjapuia KacalUIuK Japaacura OOfJIMK ajie]l Ba TIE€HOTUIUIAPUHHUHT
TaKCUMJIAaHUIIN YpraHuwiaradaa (2-pacm) T amnenu GeMopiiap rypyxuja Hazopar
rypyxra HucOaran 5 OGapaBap rokopuiurd aHukiaanau (18,9% ra Hucbaran 3,5%).
T/T renorurm 3ca dakar 6emopnapaa (10,0%) kysarwimu, HazopaTiapja dca
OyTyHsaii ydpamanu. beMopiapHu KIMHUK Aapaxkanap Oyinda TaxJIUiId €HTHII
mapaxa C amnenu — 96,1%, T amnenn — 3,84%, renoturiap C/C — 92,3%, C/T —
7,7%, T/T — 0% xypcatou. by rypyxaa C amienu myTiak ycTyHJIMKKa dsra, T/T
reHoTunu Ky3atuiamarad. Jlemak, enrwn makn C amnenw ycTyH MOMYJISIUsA
naiino Gymamu. Ypra mapaxkana rereposuror C/T remotumu yctyH (62,5%). By
o6ocknuna T amienuHuHT yactotacu aHda wokopu (37,5%), Oy sca KacayuIMK
puBoxuaa T aJUICTUHUHT ce3wIapiu pojuHU Kypcatamu. Orup napaxana (n=9;
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ayen conn = 18) C amnenu — 5,55%, T amtenun — 94,4% Ba renotumiap C/C — 0%,
C/T — 11,1%, T/T — 88,9%. Orup napaxkanu OeMopiapHUHT Aesipiu Oapuyacu T
ayutenu tamryBumiap 0ymm0, ymapaa acocan T/T renotunu (88,9%) aHukiaHraH.
By orup KIMHMK KypuHUII T aJUIEAMHUHT Ky4id accouuauuscu OuiaH OOFIMK
OYMIIN MyMKHH.

Hazopar rypyxuna C amnenu MyThnak ycTyHIuK KuiMmoknaa (96,5%), T/T
TeHOTHUIIN 3ca yMyMaH Ky3aTuiMmaral. by rypyxaa reHeTuk MyBO3aHaT CakJIaHTaH.
Acocuit rypyxzna T amnenu wacroracu keckuH tokopu (18,9%) 6ymmo6, T/T
reHotunu (10,0%) MaBXymJIMrd KacaJuIMK OWJIaH MyCTaxkaMm OOFJIMK HSKaHUHU
kypcatanu. Earun nmapaxanu JIE keunmmna C amnenu yeryH, T/T yupamaiiau.
Orup napaxana sca T/T reHoTunu MyTiak ycTyHiauk Kuianu (88,9%), C amnenu
JEeSIpJIA yapaMauiu.

100+ C alleli (%)

T alleli (%)
C/C genotipi (%)

80r

60 -

Chastota (%)

40

201

Asosiy Yengil O'rta Qg'ir Nazorat
Guruhlar

2-pacm. MCM6 reaununnr C/T -13910 monrumopduzMuaa acocuii Ba Ha3opat rypyxJjapuaa
KaCAJJTHK Iapazkacura 00FJIMK ajjie]l Ba FeHOTUIIAPHHUHT TAKCUMJIAHUIIH

Acocuil Ba Ha3opar rypyxuaaru 0eMop OOJaJapHUHT KOH HAMYHACH acoCHja
VTKa3WIraH TeHEeTUK TEKIIMpPYBJIap acoCHIa OJIMHraH HaTwkajiap Kyhuaaruuda (3
xansan):. Oemopnap rypyxuaa C amwienu yactotacu 146 OYnu0, Hazopar
rypyxuaaruaad nact oyaran (y> = 18,89; p = 0,0000139; OR = 0,157; 95% CI
0,064-0,385; RR = 0,84). Hatmka cTaTUCTUK KXUXATAAH KyJla aXxaMUSTIH OYiuo,
C amnmenu XuMOS KWJIYBYM OMMJI SKAHJIUTUHU Kypcatamu. Sbau, C amnenu
TallyBUMJIap/ia KacaJUIMK PUBOXIIAHUIN XaB(PU Ha30paT rypyxura HHUCOATaH KaM.
bemopnap rypyxuma T amnenu wactotacu 34 0ynub, Hazopar rypyxuma 6 Ta
ky3arwimy (x2 = 18,89; p < 0,0001; OR = 6,36; 95% CI 2,60-15,60; RR = 5,35).
by narmwxa T amnenu wMapxynnuru JIE kacammurura 6 OapaBap KYHpoOK
MOMWWJUTMKHY OUJITUpaIu.

C/C renotunu 6emopisiap opacuma 65 (72,2%), Hazopat rypyxuaa sca 79
(92,9%) umruporuaa ky3atuiagu. C amienu Ba C/C TeHOTUNH XUMOS KUJTYyBYH
ommwiiap 0YynuO, ynap KacaJlIMK PUBOXIIAHMIL SXTUMOJIMHU Ce3uyIapii Japakaaa
kamaitupaau. T amienu acocuit xaBd omuiu 0ynu6, y JIE anuknanran 0onanapaa
HazopaT Typyxura Kaparahja ce3ujiapiud jaapaxaaa tokopu yupaidgu. C/T
TeHOTHUIHN KaCANTMKKA MOMIIJIMKHYU OMIUPYBYH (pakTop cudaTnaa HaMoEH Oy naam,
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OMpPOK CTAaTUCTHK axaMMAT derapaBuil napaxana. Hatwxamap MCM6 reHUHHUHT
C>T-13910 mnonumophu3MH KaCaULIMKHUHT TEHETUK MapKepiapuaaH OupH
cudaTuaa MyXuM poJ YiHHAIIN MyMKUHIUTHHU KYpCcaTa/H.
3-kaaBaJl
MCMG6 C/T -13910 noaumoppusmuaunr PXB Taxauanaa acocuii Ba Ha3opaT rypyxmujaa
AJJICJ]I BA TCHOTUIJIADUHUHT TapKaJUIIN

Kypcarknu bemopaap | Hazopar 2 0 OR RR 95%Cl
rypyxun rypyxu
Amen C 146 164 18,89 0,0000139 | 0,157 0,84 0,064-0,385
Amten T 34 6 18,89 <0,0001 6,36 5,35 2,60-15,60
I'enotun C/C 65 79 11,49 0,0007 0,2 0,78 0,076-0,510
I'enorun C/T 16 6 3,65 0,056 2,85 2,52 1,057-7,665

MCM6 renmmaru OeMopiap Ba Ha3opaT Typyxjapuaa ajen Ba
TCHOTUIUIAPHUHT KACAJUIMKHUHT KEMUO YHKWII Typura Kypa TaKCHUMIIAHHMIII
gacrotacu (C/T-13910). OnumnHran HaTWKajgap IIyHH KypcaTawku (4-)kaasan),
acocwii rypyxaa C amrenu 81,1%, T amrenu 18,9% Ba renoturutap C/C — 72,2%,
C/T — 17,8%, T/T — 10,0% amuknaggu. T amnenn Ba T/T reHoTtmmm acocuu
rypyxJa ce3wiapiu Japaxkanga oKopu Oyiran. by ymapHu kacamiumk XaBd
npenukTopiapu cudaruma Oenaruiiall UMKOHUHU Oepaau. AKCHUH4YA, Hazopar
rypyxuna C amienu Ba C/C reHorunu yctyH OVyiran. bupiaamuwm JIE kuuwmk
rypyxuna C amnenn — 75%, T amnenu — 25% Ba renoruruiap C/C — 64,6%, C/T —
20,8%, T/T — 14,6% wyactoracu anukianrad. bupnamuu JIE rypyxma T amnenu
yactotacu HazopaTaad 10 6apobap rokopu O6ynran. AriHukca T/T romosuroriapu
(14,6%) cesunapnu kymnairad. by reHOTUI KacaJUIMKHUHT OUpJIaMyU MIAKJIA yIyH
acocuit xaBd mapkepunup. Mkkunamuu JIE rypyxaa xam T amnenu yvacrtoracu
Hazoparra Kaparasja okopu (=5 0apobap), JIekHH OupjiaMuu IIaKjra Kaparasua
MACTJIUTH aHUKJTaHTaH.

by T annenu UKKWJIaMyu MIaKIAa XaMm XaB() MapKepIUTHHU KypcaTaan, aMMO
acocuit ponau rerepo3urotr C/T TamyBumnuru 6axkapaau. bupnamun JIE na xaBd
MapKepJapd dHT IOKOPHM 4YacToTajga KaWa OJTHINO, TeHEeTUK OMUJIHHHT POJH
KyWIMpOK JKauiauru kypcatwinu. Wkxkwinamum JIE na xam xaBd mapkepriapu
aHWKJIAHCa-7la, YJApHUHT YacTOTach MacTpoK Oynmd, Oy Mmakiga Kymmumya
OMMJIIAP XaM axaMuATH MyMKuUHIMruau ouianupanu. C amnenu Ba C/C renorunu
HazopaT TypyXuJa MyTJIaK YCTYHJIHMKKA 0dra OYnu0, yJapHUHT  XUMOS
npenukTopiap cudaruna OenruIaHIz.

4-xanBa
bupaamum JIE Ba uxkkunamuu JIE rypyxJjapu opacuaaru ajuies Ba
reHoTuriapuuir PXB taxyiniau HaTHKaIapu
Vprauuiran ajaien Ba
AJLTe] Ba ITCHOTHUILIIAP MUKIOPHU
bupaamun | Ukkuaamun %2 P RR 95%CI OR
TreHOTHUILIap JIE JIE,

n % n %
C 72 75 74 88,1 4,20 | 0,041 0,85 0,19-0,92 0,42
T 24 25 10 11,9 4,20 | 0,041 2,04 1,09-5,29 2,40
CIC 31 | 64,6 34 81 2,23 0,135 0,80 0,17-1,55 0,44
CIT 10 | 208 6 14,3 0,29 0,593 1,42 0,52-4,50 1,53
T/T 7 14,6 2 4,7 1,43 0,231 2,63 0,66-13,1 2,93
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bupnamun JIE — 20,8%, ukkunamuu JIE — 14,3%. 4*>=0,29; p=0,593. OR=1,53
(95% CI: 0,52-4,50). bupnamun JIE rypyxuna HucOaTaH [OKOpH, amMMO (apk
UIIOHYIN Japaxkara ynkmarad. (4-xangsan) T/T renorunm: bupmamun JIE — 14,6%,
ukkmwiamun JIE — 4,7%. y*=1,43; p=0,231. OR=2,93 (95% CI. 0,66-13,1).
bupnamumn JIE rypyxupma yu OapaBap KyI, aMMO HAMYHaBUH XaXM KUYHKJIWIU
ca6ab dapk craructuk axamustim dMac. T amnenn Ba T/T renotunu oupnamuan JIE
rypyXuja IOKOpH, yiap KAaCaILIMKHUHT acocwii xaB( Mapkepiapu cudaruma
Kapamuimu MyMmkuH. C anmnenu 3ca ukkuwiamuu JIE rypyxuma ycTyHIMK Kuiuo,
XUMOSI Mapkepura SIKMH KypcatkuwiapHu Oepau. [eHotumiiap kecumuia
cesunapiu (apkyiap KysatuiamaraH Oysca-na, amien aapaxacuia T aijieJqMHUHT
KacaJUTUK XaB(u OusiaH OOFIMKJIUTH CTAaTUCTUK axamusitra sra (p=0,04).

MCM6  renununr — C>T-13910  nomuMoppu3MHMHT  aijien  Ba
TeHOTUIUIAPDUHUHT TAKCUMJIAHUIIM YFUJI Ba Ku3nap ypracuaaru @apk HYK
DKAHJIMTH aHUKIaHATH. JKUHCIap KECUMUIArd TaxXJIuil ITyHW KYpCaTaauKe, ajliel
Japakacuja xaM, TeHOTHI Japakachja XaMm ce3wrapiau (apkiap aHUKJIaHMaTu
(6apua P>0,05), dakar C/C reHotunu yruimapaa IOKOPUPOK OYIUIIM dyerapaBuid
napaxana kyzarwiau ( P=0,067; @umep P=0,052) (5->xanBain).

_ S-7KaaBaJ
Yrua 6onanap Ba kuszaap ypracuaaru MCM6 C/T-13910 nonumopGu3MHHMHT ajuies Ba
IFCHOTHIVIADUHHUHT TAKCUMJAHU TN

Vpranuaran aaien Ba

Astned pa o TCHOTHILIADHIHT MHK10DH

—— Yrua 6onanap Kuziap rypyxu %2 P RR 95%CI OR
TYPYXH
N % N %

C 54 58,7 43 48,9 138 | 024 | 120 | 0,83-2,68 1,49
T 38 41,3 45 51,1 1,38 | 0,24 | 0,81 0,37-1,21 0,67
CIC 12 26,1 4 91 3,36 | 0,067 | 2,87 | 1,04-11,96 3,53
CIT 30 65,2 35 79,5 164 | 0,20 | 0,82 0,19-1,25 0.48
T/T 4 8,7 5 11,3 4,94 | 0,025 | 0,77 0,19-2,97 0,74

HuccepranusiHuHT «JlakTo3aHu y3jaamrupoamaciuk xoqariaapuga LCT
reHnHUHr G>A 22018 nosimmop¢u3Mu ajlies1 Ba reHOTUIVIAPUHUHT KACAJIMK
PUBOXJIAHMIINIA TabCUPW» Je0 HOMIIAHTAH TYPTUHYM OoOMJa JaKTO3a
METAa0OMM3MHIa MINTUPOK OTYBYM TEHETUK OMIUJIAPHUHT  y3Ura  XOC
KYpPCATKUWIAPH KEITUPUIITAH.

LCT renununr G>A-22018 nonmuMophusMuHUHT OemMopiap Typyxujaa ajien
Ba TCHOTHUIUIAPHUHT Tapkamum taxiunu amiemnap G — 81,7%, A — 18,3% Ba
reroturiap G/G — 73,3%, G/A — 16,7%, A/A — 10,0% kypcaragu (6-xanBai).
Acocwii rypyxna G ajuienu yCTYHIMK KHIMOKAA, OMPOK A ajienu XaM ce3uIapiin
yacToTaga ydpaau. A/A TEHOTHNH Kaca/UIMK OwWaH OOFJIUKIUK SXTUMOJUHU
kypcarmokaa. Orup napaxkanaru 6emopiapaa A amienu 90% ycTyHIUK KUiaaw,
A/A renotunu sca 88,9% xosutapaa ydpaiinu. by momuMopdusM KacalTTUKHUHT
OFMp MIAK/UIApU OWIAH Ky4id OOFJIMK SKaHMHHM KypcaTamd. YpTa Japakajgart
o6emoprnapaa rerepo3uror G/A reHoTHnHM yCTyHIHMK Kwiamu (66,7%), Oy aca
KACANTMKHUHT PUBOXKJIAHUIINAA A QUICTUHUHT axaMUSTIA YPUH TYTUIIWHUA
kypcataau. Enrun napakamaru 6emopnapaa G (97%) amnenu yCTyHIMK Kuiaaad. A
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aJjuIeNu esipiiv yupamanan, A/A TeHOTUIN dca Ky3aTuiMarad. Acocuit rypyxaa A
QJUTCTTMHUHT YacTOTacH Ha3oparra Kaparanaa rokopupok (18,3% Ba 3,5%), Oy
YHHUHT KacaJUTMK OWsIaH OOFJMKIUTUHU KypcaTtaau. Kacamiuk orupramrad capu A
ajyutenu yactoracu optud 6opamu. Hazopar rypyxuma G amienu Aesipiid yCTYHIIAK

Kiiaau, A aienu Ba A/A TEHOTUITN dca yapaMaiin.
6-xaaBaj
LCT rennnunr G/A (G>A-22018) noiumoppu3MuHUHT GeMopJiap Ba Ha30paT
TYPYX#uaa ajijiel Ba FeHOTHIIAPHUHT TAPKAJHUII YaCTOTACH

AJ[,]'[e,]'[.]'[ap 9ACTOTACH reHOTI/IHJ'Iale/IHF TapKaJuul
N r xnap qacroracu
o ypY G A GIG G/IA AJA
n % n % n % n % n %
1| ACCHEIPYX | 147 | 817 | 33 | 183 | 66 | 733 | 15 |167| 9 | 10
5 | Ormp Aeparka MEL 1 ) 10 |99 | o] o | 1 |111] 8 |889
53 | Ypra rlllipi?a JE | g 60 | 12 | 40 | 4 | 267 | 10 |667| 1 | 66
Enrun napaxa
4 e 128 | 97 4 | 3 | 62| 94 4 6 0 0
5 H"B‘Eﬁf g?gyx“ 164 | 9647 | 6 | 353 | 79 | 9294 | 6 |706| O 0

LCT rennu G>A- 22018 nomuMoppu3MUHHUHT ajuiesl Ba T€HOTUILIAPUHUHT
KAaCaJUIMKHUHT KeJIUO YUKW TypHu Oyiinua A/A TEeHOTHNH OMpiIaMuy MIAKIAa XaM
XaB() OMHIM OYIHIIM MYMKHHIUTUHH Kypcatamu (3-pacm). Wkkwmamum JIE
rypyxuna G/A rtereposurotTiapu wkopu (28,6%) O6yamb, Oy KacalTUKHHHT
MKKUJIaMYH [IAKJIA PUBOXKHIA TETEPO3UTOT TAllyBUMJIAPHUHT POJUHU KypcaTau.
A/A TeHoTHIIH 3ca KaMpoK yupaiinu (4,8%). Hazopar rypyxuna G annenu Ba G/G
TeHOTUIM MYTJIAaK YCTYHJIUK Kuiagu. Acocuil rypyxiaa A ajuienu 4acToTacu
HazopaTtaaruaan 5 6apasap roxkopu (18,3% Bc 3,5%). A/A reHotunu ¢akart acocuit
rypyxaa yupaitnu (10%). by A amnenu Ba A/A reHOTHUIIN KacaJIMK YYYH XaB(
MapKepJiapy SKaHJIUTUHU TaCAUKJIalIn.

73,30%

Asosiy guruh N=90 Birlamchi LY Ikkilamchi LY Nazorat guruhi (n=8

3-pacm. LCT renmparn G22018A nonnMdi)q)nsMn reHOTnnJiaannHr TaKCHMJIAHU LI
acocuii 6emop.aap rypyxuaa (n=90) Ba Hazopat rypyxuaa (n=85).
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LCT rean G>A 22018 nonuMopduU3MUHHMHT ajuiesl Ba T€HOTUILUIAPUHUHT
KUHCJIAp Opacuja KaCAUTMKHUHT PUBOKJIAHUIIN TaKCUMJIAHHUII TaXJIMIU acOCUU
rypyxaa A amienu dactotacu aesipiau 13 Gapasap tokopu (46,7% Ba 3,5%). G/A
reTepo3uroTiiapu acocuid rypyxaa 10 mapraman kymnpok yupaitnu (73,3% Ba
7,1%). Hazopar rypyxuna sca G/G renorunu myTiak ycTyH (92,9%). Kuznapma A
autenn Ba G/A TEHOTHUIIM YaCTOTACH IOKOPU KypCaTIHMYM KaCaJUTMKKAa TEHETHK
MOMIJIIMK KYWIMPOK OYIIHIIN MYMKHHIMTHHH KypcaTaau. Yrmwin Oomamapua G
ajuieM yactoracu Oupo3 roKopupok, G/G reHoTHnM 3ca Ku3jgapra Kaparania
kynpok. A amienu Ba G/A TeHOTUINM acocui rypyxJia Ba alHUKca KHU3jiapja
KacaJUIMKHUHT acocuii xaBd Mapkepiapu xucoOianamgu. G amienun Ba G/G
TeHOTUIIM 3Ca Ha3opaT Typyxuja YCTyH OYiaubO, xumosi mapkepiapu cudaruia
TaJIKWH KWIHHAJIH.

G/G
G/A
- AA

80
60
40

20

gt 00 que P

b uh
peosty Wazore® v

4-pacMm. Acocuii Ba Hazopart rypyxJjapaa LCT renununr G>A-22018 noaumoppu3MHUHT
VFIJI 0oJ1aJ1ap Ba KU3J1ap Opacuia reHOTHIl YacToTalapu.

Vrun Ba xu3 6onanap rypyxuna LCT reaunuar G>A-22018 nonumopdusmu
ajuiesl Ba TEHOTHII YacTOTajdapu TaxXJWi KUIWHAW. OIWHIraH HaTHXKajlap KUHCIap
ypracuaa MabiayM dapkiap MaBXKyUIMTHHA KypcaTan (7-KaaBa).

7-maaBaj
Vrun 6o1aap Ba Kusiap rypyxu yayn LCT renununr G/A -22018 G>A (rs182549)
HOJIHMOp(l)HCSM BAPUAHTUHMHI aJlJIeJI Ba TCHOTUIVIADUHUHIT PXBb TaxJujaaa TaKCUMJAaHHUII
JacTroTraJjgapu:

Vprauuiran ajaien Ba
Aten Ba reHOTHILIAPHUHT MUKI0PH
Yrunaap Kusiap %2 P RR 95%CI OR
reHOTUIIAp
rypyxu rypyxu
n % n %
G 54 58,7 42 47,7 1,76 0,185 1,23 |0,86-2,81 1,56
A 38 41,3 46 52,3 1,76 0,185 0,79 |0,36-1,16 0,64
GIG 12 26,1 3 6,8 4,70 0,030 3,83 | 1,26-18,50 4,82
G/A 30 65,2 36 81,8 2,38 0,123 0,80 |0,19-2,97 0,74
A/A 4 8,7 5 11,4 0,005 0,944 0,77 |0,19-2,97 0,74

G annenu yacroracu yrun 6onanapaa (58,7%) kuznapnaruaad (47,7%) 6upos
IOKOpPUPOK O0Ynn0, 0y dapk craructuk axamusT kacd satmaau (p>0,05). Axcunua,
A annenu wactotacu Kuznapzaa (52,3%) yCcTyHJIMK KWiraH, aMMo (apK UITOHWIN
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amac (p>0,05). by HaTuka IIyHH aHIIATAAUKK, KU31apAa A aJUIeTUHUHT KYTUIUTH
KaCaJUTMKKA T€HETHK MOWWJUTUKHU OIIUPUIIA MyMKHH, aMMO Oy TCHICHIIHS KaTTa
CTaTHCTUK Kydra ira smac. ['eHOTHmIap Japakacuia 3ca MyXuMm (apkiap Kaiim
striimi. G/G reHotumnu Vruiutapaa anda rokopu (26,1% Bc 6,8%) Ba Oy dapk
cratuctuk axamustra sra (p=0,03; OR=4,82; 95% CI: 1,26-18,50) 6ynau. Ymoy
HaTika G/G reHotunu yrun Oojanapja KaCaUTMKAAH XUMOS KWIyBUHM MapKep
cudarnaa KapaJIui MyMKHHITUTAHA KypcaTai.

XVYJIOCA

«bonanapaa jgakraza ¢gepMeHTH eTHIIMOBYMJIMIUA PHUBOKIAHUIIHMHUHT
MOJIEKYJISIp-TeHeTHUK acocjaapuw» wmasisycugarun (Qaicada moxropu (PhD)
auccepTanuscu Oyinda onud OOpwiIraH TaaKUKOTIAp HATWKAcHUIa KyWHIaru
XyJiocajiap TaKIuM 3THIIIN:

1. OnuHTa” HaTHOKAJIap acOCH/IA JIaKTa3a eTUITMOBYIIINTH PUBOXKIIAHUIIN Ba
MCM6 rtemnm C>T-13910, LCT G>A-22018 mnomumopdusmiapu ypracuma
MyCTaxKaM acCOIMaTUB ajloKa aHUKJIAaHWO, Oy KacCaJUIMKHUHT PUBOKJIAHMIIIN]IA
MOMYJISAIAS Ba MUHTAKABUN XYCYCHSITIIApHU XpcoOra oJiraH XoJija 3 TabCHPUHU
KypcaTtaau.

2. JlakTaza eTUIIMOBYIIIUTH OFUP JapakacuHu puBoxuianumuga MCM6 Ba
LCT rennapununr mytant romosurotand T/T Ba G/G reHoTuriapu rOKOpU Ba
nacTt xaB( rypyxJjap makUIaHTUPUIL YYYH MPOTHOCTUK ME30H cudaThaa TaBCUs
STUIIA]IH.

3. JlakTa3a €THIIMOBYMIUTH OWJIaH KacaJUlaHTaH OoJianap/ia KaCaJUTMKHUHT
oupnamun typuga LCT renHunr Ba wukkuiaamuud Typuaa MCM6 reHHUHT
oTMMOP(U3MITApHN KHMATH aHUKJIAHIH.

4. JlakTaza ETUIIMOBUMJIUTH >KWUHCUW Taxjmwiga Yrum Oonamapaa LCT
reHHuHr G/G renotumu (26,1%) Ba MCM6 rennunr C/C renorumnu (26%)
TallyBUMJIap/a KacaJUIMK PUBOXJIAHMIIMHUHT XaBpu mnact OYynuO, MpPOTEKTUB
Mapkep cudaruna 6axonanau. [y Ounan Oupra, Jakraza €eTUIIMOBUMIIUTH OWIIaH
KacaJUlaHTaH YFusil Oojamapja KypcaTWiIraH TEHOTHIUIAp Yy4palld Kuzjapra
HucoOaran 3,53 Ba 4,82 6apobap roKopH OYJIraH.

5. AHUKJIaHTaH accolyanusaiap jJakTa3a eTUIIMOBUYMINTHHUHT MAaTOTCHETUK
PUBOMIIAHUIII MEXAaHU3MJIAPH, dPTa TAIIXUCIIAII Ba TEPANMMUSIHU MAXCUUAIAIITUPHUIIT
UMKOHUSATUHU KEHTalTHpuIra épaam oepau.
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HAYYHBIA COBET DSc.04/30.12.2019.Tib.30.03 10 IPUCYKJIEHUIO
YUYEHBIX CTENEHEH INPU TAINIKEHTCKOM I'OCYJIAPCTBEHHOM
MEJUIWHCKOM YHUBEPCUTETE

CAMAPKAH/JCKHHU I'OCYJAPCTBEHHBIA MEIUIIUHCKHUM
YHUBEPCUTET

XUIANUPOBA COKUIA XYCHUIAUH KU3HU

MOJIEKYJIAPHO-TEHETUYECKHUE OCOBEHHOCTH PA3BUTHAA
JIAKTASHOU HEAJOCTATOYHOCTHN ¥ AETEHN

14.00.16 — HopmanbHasi 1 naroJioruyeckas GpuznoJiorus

ABTOPE®EPAT JUCCEPTALIUN
JOKTOPA ®NJIOCO®PUH (PhD) IO MEJUIIUHCKHUM HAYKAM

TAINKEHT-2025

23



Tema aucceprauum aAoktopa ¢unocopuun (PhD) 3apermcrpupoBana B  Bbicuiei
aTTeCTAMOHHOI KoMHccHMM Npu MMHMHHUCTEpPCTBe BbICIIEro 00pa3oBaHUsl, HAYKH M WHHOBAIU
Pecnyonmku Y3o6exkucran 3a Ne B2023.3.PhD/B3851.

Huccepranus BeimoiaHeHa B CaMapKaHICKOM roCyJapCTBEHHOM MEIUIIMHCKOM YHUBEPCHUTETE.

ABtopedepar muccepranuu Ha Tpex s3bIKax (y30eKCKWH, pycCKMH, aHTIIMHACKUH (pe3tome))
pa3merieH Ha BeO-ctpanuiie Hayunoro cosera (Www.tma.uz) u HHpopmannoHHO-00pa30oBaTeIbHOM
noprainie «Ziyo Net» (Www. ziyonet.uz).

Hay4yHblii pyKOBOAMTEIIb: AsumoBa CeBapa baxoanpoBHa
JIOKTOP MEIUIIMHCKUX HAYK, TOICHT

OduunanbHble ONMMOHEHTHI: CaiigpynnaeBa Cauga AKpOM:KOHOBHA
JOKTOp MEIMLUMHCKUX HAayK, CTapIM{d  Hay4HbII
COTPYAHUK

KaiomoB A6aypaxmMon A6ayMaBIsTHOBUY
JIOKTOP MEIULIMHCKHAX HAyK

Benymas opranusaunus: Ka3zaxckuii HAIMOHAJIbHBIN MeIUIUHCKUI
yuuBepcurer wumenu C. . Acdenausipoa
(Pecnyosamka Kazaxcran)

3amura AUCCEpTAlUUd COCTOMUTCS « » 2025 roma B 4acoB Ha
3acemanun HayuHoro coBera DSc.04/30.12.2019.Tib30.03 npu TamkeHTCKOM ToCyIapCTBEHHOM
MeauuuHckoM yHuBepcutete (Aapec: 100109, r.Tamkent, Anmaszapckuii paiion, yia.dapodu, 2.
TamkeHTCKHi TOCYJapCTBEHHBIH MeIUITMHCKUI yHUBepcuTeT, 10 yaeOHbIN Kopmyc, 1 atax. Tem./daxc:
(+99878) 150-78-25, e-mail: info@tma.uz).

C nmuccepranueld MOKHO O3HaKOMUTBCS B MH(OpManMoHHO-pecypCcHOM IeHTpe TallKeHTCKOTro
rOCYJapCTBEHHOI'0 MEIUIMHCKOrO0 YHHBEPCUTETa (3aperucTpupoBana 3a No ). (Ampec: 100109,
r.TamkenTr, Anma3zapckuii paiioH, yn.Dapobu, 2. TamkeHTCKHWH TOCYJapCTBEHHBIH MEIUIIMHCKHN
YHHUBEPCHTET, 2 yueOHbIH Kopiyc, Kopryc b, 1 atax, 7 kabunert. Ten./®axkc: (+99878) 150-78-14).

ABTropedepar auccepTaiuy pa3ociaH « » 2025 rona
(peectp mpoTOKOJIa pacChlIKH Ne OT « » 2025 rona).

T'.H!. llajixoBa

[Ipencenarens HAyYHOTO COBETA 10
MPUCYKIEHUIO YUYEHBIX CTEIIEHEH, JTOKTOP
MEUIIMHCKHUX HayK, Ipodeccop

JLII. Anumyxamenos

Y4eHslil cekpeTapb Hay4YHOT'O COBETA IO
MIPUCYKJICHUIO YUEHBIX CTENEHEN, TOKTOP
MEINIMHCKHUX HayK, TOICHT

A.Bb. Caunos

Ipeacenaresnb HAYYHOTO CEMHUHAPA

P HAYYHOM COBETEC 110 MPUCYKIACHUIO YUCHBIX
CTEMEeHEeH, TOKTOP MEUIIUHCKUX HAYK,
npoceccop
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BBEJEHUE (anHoTamust auccepranuu Jokropa ¢puiocodpun (PhD))

AKTYaJIbHOCTh U BOCCTPE0OBAHHOCTH TeMbl AUCCEPTANMHU. 4 MUILIMAPAA
YelOBEK B MHUpPE CTpajaioT OT Aedunuta (epMeHTa JIaKTas3bl, YTO MPUBOAMUT K
HapylieHnio obmeHa Jnakto3bl. [lebumur QepMenTta sBIseTCS  Beaylien
npoOJeMOil Cpeld HOBOPOXAEHHBIX, AETEl pPAaHHEro BO3pacTa M B3POCIBIX.
[TockonbKy B €XKEIHEBHOM pPAalMOHE JI€TEW, BCKAPMIIMBAEMBIX TPYAHBIM MOJIOKOM
WIM HUCKyCCTBEHHBIMH 3aMEHHUTEISIMH MOJIOKA, Mpeo0iafaloT MOJOYHBIC
IPOAYKTBI, €IMHCTBEHHBIN (DEPMEHT, paCIIETIISIOIMI MOJIOYHBINA caxap B MOJIOKE,
— JIaKTa3a, Ype3BbIUAlHO BaXXKEH JJIsI BCECTOPOHHErO pa3BUTHUA OpraHu3Ma
HOBOpOXAeHHOro. Benp nakra3a oOecneunBaer 40% dSHepreTMyecKux 3aTpar
OpraHu3Ma HOBOPOXJIEHHOTO M OJIHOBPEMEHHO aKTUBHO YYacTBYET B YCBOEHHH
BuTtaMuHOB C U B sHTEponMTaMM TOHKOTO KUIIEYHUKA. Y peOeHKa ¢ AePUIUTOM
(epMeHTa JaKTa3bl HAOJIONAIOTCA HE TOJBKO MPOOJEMBI C MHUILEBAPUTEIBHOM
CUCTEMOI, HO M NpOoOJEeMbl C HEPBHOW CHCTEMOM, TaKHME€ KaK TpPEBOKHOCTD,
OECCOHHHMIIA, OTCTaBaHUE B NICUXOMOTOPHOM Pa3BUTHH U AeduUUT BHUMaHusA. He
TOJIBKO Yy JI€T€d, HO M Yy B3POCIbIX, MPUAECPKUBAIOLIMXCS JUETHl 0€3 MOJOKa U
MOJIOYHBIX TPOAYKTOB, BIOCIEJICTBUM MOKET HAOMIOIAaTbCAd PsIi HEraTHUBHBIX
W3MEHEHUH B COCTOSIHHM 3I0pPOBbS: OCTEONOpO3, CKIOHHOCTH K IIEpesioMam
KOCTEH, ajiepruueckue 3a0oeBanus (IepMaTUT, OpOHXUaIbHAs acTMa, PUHUT) U
Apyrue 3a00J€BaHUs BCTPEYAIOTCS 3HAYUTEIBHO 4Yalle, YeM Yy JIML, PEryJISIpHO
yHoTpeOSIONMX MOJIOYHbIE TNpORyKThl. [loaTOMy mnpoduiakTuka akTazHOU
HEJO0CTaTOYHOCTH, €€ paHHee BbIABIEHUE, OuddepeHnranus oT 3a00JIEeBaHUH,
COTIPOBOXAAIOIINXCS HApyIIEHWEM aKTUBHOCTH (EpMEHTa, U IPOBEICHUE
a/JIeKBaTHBIX JIEYEOHBIX MEPOINPUSATHI SBISIOTCS YpPE3BbIYANHO aKTyallbHBIMU
npobjieMamMu B 00JIaCTH MEIUITUHEI.

Bo Bcem mupe MNpoOBOIWTCA PsJ LEJIEBBIX HAYYHBIX HCCIEAOBAHMM IO
ONPENENICHUIO PaCIpeAesieHus Ciiy4aeB (PEPMEHTHOW HEIOCTaTOYHOCTH Cpeau
HaceJeHUsl IO pEeruoHaM, BIMAHHS (HAKTOPOB, OOYCIOBIMBAIOIIMX PpPa3BUTHE
3a0oneBaHusl, (YHKUMM TE€HA, KOHTPOJUPYIOIIETO AaKTUBHOCTh (epMeHTa, |
BJIUSIHUSA TMOJMMOP(HBIX BapUAHTOB ATOr0 T'€HA HA BO3HUKHOBEHHWE U TEUYEHHE
3a0oneBaHusi. B 3Tol cBsi3u oco0oe 3HauYeHHE NPUOOPETAIOT HCCIEI0BaHUS,
HalpaBJCHHbIE HA OMNpEAeNIEHue MNpOAYKUMH (epMeHTa B JIOCTaTOYHOM
KOJIMYECTBE SHTEPOLUTAMU KULICYHHKA [P HOPMAJIBHOM TE€UEHUU METaboJIM3Ma
JIAKTO3bl, €0 COCTaBa, YaCTOThI ajuleieil U T€HOTUIIOB MOJUMOP(HBIX BapHaHTOB
reHoB MCM6 u LCT, onpezenenne BIUSHUS ajljIesiell 1 TEHOTUIIOB Ha Pa3BUTHUE U
TeYeHUe 3a00JIeBaHMsI, onpeaesienne poiu ¢pepmenta B oomene Ca, BUTAMUHOB U
MUHEPAJIOB, pa3paboTKa peKOMEHIAIIHI 10 OLIEHKE €ro XapaKTePUCTHUK.

B Hameil crpaHe NPUHUMAIOTCS ONPENEIEHHBIE MEphl 10 Pa3BUTHUIO
OTpaciu 3ApaBOOXPAHEHHUS], TPUBEICHUIO MEIULMHCKON CUCTEMBI B COOTBETCTBUE
C MEXIYyHapOJHBIMH CTaHJApTaMH, B TOM YHCJE IO PAHHEMY BBISBICHUIO U
npo(HUIIaKTHUKE COCTOSIHUM, BBI3BAHHBIX NE(PUIIMTOM BUTAMUHOB U MHUHEPAIOB y
J€TEeW paHHEero Bo3pacra. B 3ToM CBsA3U, B COOTBETCTBUU C CEMbBIO IIPUOPUTETHBIMU
HarnpabiienusiMu Ctpateruu pa3sutus HoBoro Y3o6ekucrtana Ha 20222026 rofsi,
OMpezeNieHbl TaKUe 3aJauyd, KaK «..[0 TIOBBIIIEHHIO KayecTBa OKa3aHUs
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KBAJIM(ULUPOBAHHBIX YCIAYr HACEJICHUI0 B TEPBUYHOM MEIUKO-CAaHUTAPHOU
cayx6e..»?. Mcxomsd M3 5TUX 3a1ad, LIENECOOOPa3HO IIPOBECTH MCCIIEIOBAHME
0COOCHHOCTEH 0OMEHa JKene3a B pa3InIHbIC TIEPHUOIbI OEPEMEHHOCTH.

JlaHHOE MCCEepPTAIMOHHOE UCCIIEA0OBAaHUE B OMPEICIICHHOW CTENEHU CIIY>KUT
BBIIIOJIHEHHUIO 33Ja4, 0003HaueHHbIX B Ykazax Ilpesunenta PecnyOnnku
V36ekucran Ne VII-60 «O Crpareruu pazsutusi HoBoro Y3b6ekucrana Ha 2022—
2026 roae» ot 28 sHBaps 2022 roma, Ne VII-6110 «O mepax mo BHEAPEHUIO
HOBBIX MEXaHU3MOB B pabOTy YUYPEXKICHHH TEPBUYHON MEIUKO-CaHUTAPHOU
oMoty oT 12 Hosops 2020 roxa, B [locranonenusx Ilpesunenta PecryOnmku
V36exkucran Ne TII1-4891 «O nONMOIHUTETBHBIX Mepax IO OOECIICUCHUIO
OOIIIECTBEHHOTO 3JI0POBBSl IMyTEM JaJIbHEUIEro MOBBIMICHUS 3((HEKTUBHOCTH
paboT nmo MeauImHcKou npodrtaktuke» ot 12 Hos0pst 2020 roxa, Ne I111-5124 «O
Mepax Mo KOMIUIEKCHOMY pa3BUTHIO chephl 3paBooxpaHeHus» oT 25 mas 2021
roga, Ne III1-5199 «O coBepmIeHCTBOBAHWHM CHUCTEMBI CHCITHATH3UPOBAHHON
MeauIHCKoW oMoty ot 28 utonst 2021 rona, a Takke B APYruX HOPMATUBHO-
MPaBOBBIX JOKYMEHTaX, MPUHATHIX B TAHHOM HaIPABJICHHH.

CooTBeTCcTBHE HCCJIET0OBAHUSI MPUOPUTETHBIM HANPABJIEHUSIM Pa3BUTHS
HAYKHM W TeXHOJIOTHil pecmyOguku. JlaHHOE wWccleoBaHUE BBITOTHCHO B
COOTBETCTBUM C NMPUOPHUTETHBHIM HAIMPABICHUEM pPa3BUTHS HAYKH W TEXHOJIOTHH
pecnyOnuku V1. «Menuunnaa u papMaKoIoTus».

Crenenp m3y4eHHOCTH mpodJsembl. Kak u3BecTHO, B HACTOSIIEE BpeMs B
Ka)KJIOM Pa3BUTOM T'OCYIapCTBE BEIyTCS] MHOTOYUCICHHBIC HAYYHO-TIPAKTUYECKUE
paboThl 1O COBEPIICHCTBOBAHUIO CHUCTEMBI 3/IPAaBOOXPAHEHUS C  IEJbIO
BOCITUTAHUSI BCECTOPOHHE 3/I0POBOTO TMOKOJEHHS. B 3TOM HampaBieHUH Takke
IIPOBENICHBI UCCJIENOBaHUS 3apyOeKHBIMU YUYEHBIMU 10 W3YYCHHUIO AKTHBHOCTH
depmenta nakrasel (OHarrax H.C., Montromepu P.K., Ap6yrun, Xaypu X.b.,
Ceammoy JI.M.). Buonoruueckass 3Ha4MMOCTh ()EPMEHTA OMPEACIACTCS €ro
MHOTO()YHKITHOHAJIEHOCTBIO W POJIBIO B PA3IMYHBIX META0OIUIECKUX TPOIeccax, a
TaK)kKe B OOECIICYCHUU OpraHW3Ma TMHUTATCIIbHBIMU BEIIECTBAMH W DHEPTUel Kak
HEOTHEMJIEMON YacThIO CJIOXKHBIX OMOXMMHUUECKUX MpolieccoB (Abatypos O.€.,
Crenanona 1O.10., Kpusyma O.JI., I'epacumenko O.M., 2013; Heaney R.P., 2013;
Pereira P.C., 2014; Savaiano D.A., 2014; Levitt M., Wilt T., Shaukat A., 2013).
CBeneHuss O CHHTE3€ JIaKTa3bl SHTEPOIMTAMU M O €€ 3HAYEHUHM B TIpoIlecce
YCBOCHMSI JIAKTO3bI OPraHU3MOM IPECTABJICHBI B psije ucrounnkon (Mattar R., de
Campos Mazo D.F., Carrilho F.J., 2012; Zecca L., Mesonero J.E., Stutz A., Poir e
J.C., 1998; Sundquist J., Sundquist K., 2014; Mattar R., Mazo D.F., 2010).
Bompocsl cunTe3a, crpoeHust ¢pepMeHTa, €ro ydyacTus B MPOLECcCe MUIICBAPCHUS
MCCIIEIOBaHbl B paboTax TakMX aBTOpPOB, kak kak Mattar R., de Campos Mazo
D.F., Carrilho F.J., 2012; Campbell A K., Matthews S.B., Vassel N., 2010;
Briussow H., 2013. IlomuépkuBaercs, 4TO HEMOJHOE IEPEBAPUBAHUE JAKTO3bI
MOJKET TOBJIUATH HE TOJILKO Ha IMHINEBApEHWE, HO W HAa (PYHKIMH ICHTPATILHOM
HEPBHOW CHCTEMBI, a TaKXXE HAa YMCTBEHHOC M (PM3NUYECKOE Pa3BUTHEC YEIOBEKa

2 Vka3 [pesunenta Pecry6mukn V36ekucran Ne VII-60 «O Crpateruu pasButHs HOBOro Y30ekucTana Ha 2022—
2026 roxe» ot 28.01.2022 rona.
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(Matthews S.B., Waud J.P., Roberts A.G., Campbell A.K., 2005; Mattar R., Mazo
D.F., 2010). BeipaboTka (pepMeHTa B TOCTATOYHOM KOJHUYECTBE 3aBUCHT TAKKE OT
oenkoBbIX (akTopoB pocta U ropmoHoB (bememep C.B., 2012). Ctpoenne rena,
PETYIHPYIOIIETO aKTUBHOCTh (PEPMEHTA, €ro JIOKaIu3alus, MNOIUMOpQHBIC
BAPUAHTHI U UX PACIPOCTPAHEHHOCTh B MUPE TAKXKE€ ObUIM MPEAMETOM HU3Yy4YCHUS
(Gerbault P., 2013; Sibley E., Ahn J.K., Theodore E., 2011; Burger J., Kirchner
M., Bramanti B., Haak W., Thomas M.G., 2007; Kuchay R.A., Anwar M., Thapa
B.R., Mahmood A., Mahmood S., 2013).

B V30ekuctane mnpoBeleHbl HCCIEAOBaHUS TI0 PacHpOCTPaHEHHOCTU
nakto3Hoi HernepeHocumoctn (OK.A.XabuOymnaeB, 2023), mo mpPOU3BOJCTBY
noryproB 0e3 nakto3sl (U.P.AckapoB, K.K.Ortaxonos, 2023), mo B3auMOCBs3H
MUKPOOMOTHI ~KUIIEYHUKA U  3J0pPOBbS  4YEJIOBEKAa, BKIOYAs JIAKTa3HYIO
HegoctarouHocTh (H.9moBa, 2021; LII.Mupanumona, 2021), a Takke 10 T€HOTHUITY
LCT C/C-13910, Bctpeuatomemycst B 81% ciryuaeB Ha TeppuTopun ¥Y30eKknucTaHa
(III.Kocumos, 2011). Tem He MeHee, OIlEHKAa 3HAYMMOCTH aJUIeJIel M T'€HOTHUIIOB
C/T-13910 u G/A-22018 nomumopdusmoB reroB LCT u MCM6 Ha Tepputopun
VY306ekuctana ocTaéTcst MPaAaKTUUYECKU HESICHOIA.

Takum 00pa3oM, BUJIHO, YTO B Y30€KHUCTaHE MPAKTUYECKU HE M3y4YeHa POJib
ayienied U reHoturoB nojauMmopdusmoB C/T-13910 u G/A-22018 reroB MCM6 u
LCT B pa3BuTum 3a00JeBaHUs, YTO MOAYEPKUBAET HEOOXOAUMOCTH MPOBEACHUS
HAyYHBIX UCCIICIOBAaHUM 10 JaHHOU MpobiieMe.

CBs3b  IMCCEPTALIMOHHOIO  MCCJIEI0OBAHUS € IUIAHAMH  HAY4HO-
HCCJIeA0BATEJbCKUX Pad0T 00pa30BaTeIbHOTO yYpe:KIeHHs, I'/le BbIIOJHEHA
auccepranms. /uccepTallMOHHOE HMCCIEIOBAHUE BBINIOJHEHO B COOTBETCTBUU C
IUTAHOM HAaYYHO-MCCIIEOBATENbCKUX PaboT CamapKaHACKOTO TOCYJapCTBEHHOTO
MEIMIMHCKOTO YHHUBEPCUTETa B paMKax HAy4YHOrO TIPOEKTa IO TEME
Ne3.012400288 YK 617.52-001-097-08 «Pa3paboTka mepemoBbIX TEXHOJIOTHN
MPOPUIAKTUKHA, TUATHOCTUKU W JIEYEHHSI COLMAIBHO 3HAYMMBIX 3a00JIEBAHMID)
(2024-2028 rT.).

Leap uccaenoBanus — orieHKa poiu nmomuMopduzmoB reHoB MCM6 u LCT
B PpAa3BUTUU JIAKTA3HOM HEJOCTATOYHOCTH W BBISIBJICHUE KPUTEPUEB PpHCKa
pa3BuTHs (EPMEHTHON HETOCTATOUYHOCTH.

3axa4u uccJie10BaHUA:

IPOAHATM3UPOBATh pacIpe/iesieHne ajlesiel U TeHOTUITMYECKUX BapUaHTOB
rena MCM6 C>T-13910 (pc4988235) u rema LCT G>A-22018 (pcl182549) y
JICTEH C JJaKTa3HOM HEJOCTAaTOYHOCTHIO;

OLIEHUTh 3HAYUMOCTH mosuMophu3mMoB renoB MCM6 (C>T-13910) u LCT
(G>A-22018) B pa3BuTHH JaKTa3HON HEIOCTATOYHOCTH;

OLIEHUTh aCCOIMATUBHYIO CBsI3b mosmmMopu3mMoB renoB MCM6 (C>T-13910)
u LCT (G>A-22018) B pa3BUTHH JIAKTa3HOM HEJOCTATOYHOCTH C TUIIOM, CTCTICHBIO
TSKECTHU 3a00JIEBaHUS U T€HJIEPHBIM pacIpeiesieHuEM;

oueHuTh BiusiHUe monmuMopdusmoB MCM6 (C>T-13910) u LCT (G>A-
22018) Ha ynydllleHHe TUarHOCTUKY U KIIMHUYECKOTO TeUEeHHs 3a00JIeBaHMUS.
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O0bexkTOM HccaeT0BaHus ObUTH 0TOOpaHbl 90 eTel, MPOXOASIINX JICUCHHE
C JaHHBIM JHMArHO30M B TacTPO3HTEPOJIOTMYECKOM oOTaeiaeHrur (CamapKaHICKOTo
00J1aCTHOTO MHOTOTIPO(HIBHOTO IETCKOTO MEAUIIMHCKOTO YUPEKICHUSI.

IIpenmeTroM mcciae0BaHUsl TOCTYXHIM 00paslibl KPOBU, B3SIThIE U3 BEH
KHCTEH pyK OOJBHBIX JIeTEH.

Metoasbl uccaenoBaHus. /[[nd AOCTWKEHUS LEAW W 3a4a4b HMCCIENOBaHUSA
WCIIOJIb30BaHbl  MOJIEKYJISIPHO-TEHETUYECKHAE, HWHCTPYMEHTAJIbHBIE, KJIMHUKO-
OMOXMMHUYECKHUE U CTATUCTUYECKUE METObl UCCIIETOBAHMS.

Hay4Hasi HOBU3HA MCCJIeIOBAHUA 3aKII0YAETCA B CIECAYIOIIEM:

YCTaHOBJIEHO, YTO HEKOTOPBIE BapHAHTHI MOJUMOp(HU3MA CIyX,aT paHHUMU
OpPEeIUKTOpaMU Pa3BUTHS W KIMHUYECKOW TsKECTH 3a00JieBaHUsA, a TaKxke
onpejeneHa MUarHOCTUYeCKass M IMPOTHOCTHYECKAas IEHHOCTh MOIUMOP(U3MOB
reHoB MCM6 u LCT npu nakTa3HOW HEIOCTATOYHOCTH Yy JIETEH;

Ha OCHOBaHUHU ONpPENENECHUs MPOTHOCTUYECKON 3HAYMMOCTU MOIUMOpdH3Ma
C>T-13910 rera MCM6 y nereil ¢ JakTa3HOW HEAOCTATOYHOCTHIO JIOKa3aHa
BBICOKas Koppessiius ayiens A u renotuna A/A nomumopduzma G>A-22018 rena
LCT c pa3Butrem 3a00JIEBaHHS U TSHKECTbIO KIMHUYECKUX MPOSBICHUN, a TaKkKe
UX POJIb B KAYECTBE MPOTHOCTUYECKUX MAPKEPOB JIAKTA3HON HEAOCTATOYHOCTH;

JOKa3aHO, YTO META0O0JIM3M JIAKTO3bl XapaKTepusyercs 0oJiee BbIPAKEHHBIMU
HapylIEHUsAMH U 0oJiee BBIPAXKEHHOW KIMHUYECKOW CUMIITOMATUKOM, JOKa3aHa
3HAYMMAasl KOpPEJSIIMS MEXAY TSKECTBIO JIAKTa3HOM HEIOCTaTOYHOCTH U
HAJIMYUEM MYTaHTHBIX TOMO3UTOTHBIX TeHOTUnoB T/T u A/A renoB MCM6 u
LCT;

MOCKOJIbKY T€HETHUYECKHUE OCOOEHHOCTH METa0OJU3Ma JIAKTO3bl ONPEACIISIOT
HE TOJBKO BOCIPUUMYMBOCTH K 3a00JIEBaHHIO, HO M €ro KIMHUYECKYIO
BapuaOebHOCTh, BBIsBICHA poyib mnoiumopdusmoB renoB MCM6 u LCT B
Pa3BUTHM MEPBUYHBIX U BTOPUYHBIX (POPM JTAKTA3HOU HEJOCTATOYHOCTH Y ACTEH.

IIpakTHyeckue pe3yabTaTbl HCCACA0BAHMS 3AKIIOYAIOTCS B CIEIYIOLIEM:

JOKa3aHO, 4YTO MCIOJb30BAHME TE€HETUYECKUX MapKEpPOB MOIUMOP(PHU3MOB
LCT u MCM6 3HaunTENBHO MOBBIIAET TOYHOCTh PAHHEN JUArHOCTUKHU JJAKTa3HOU
HEJIOCTaTOYHOCTH Y JETEH;

YCTaHOBJICHHAs! accoluanus auienbHbIX BapuanToB reHoB LCT m MCM6 ¢
PUCKOM Pa3BUTHS KIIMHUYECKHUX MPOSIBIECHUN JIAKTa3HOM HETOCTATOYHOCTH MOKET
ObITh HCNOJNb30BaHAa B  KIMHUYECKOM TMpakTUKe JJii IPOrHO3MPOBAHMS
BEPOSITHOCTH PA3BUTHsI CHMIITOMOB, a TaK)X€ JUISl BBISABICHHS T'PYIIT BBICOKOTO
pucka, TpeOyromux HabIoAeHNS 1 TPOPUITAKTUIECKUX MED;

TeHETUYECKUH MpOo(UiIb MAUEHTOB IO3BOJSET MPOrHO3UPOBATH TEUEHUE
JIAKTa3HOM HEJIOCTAaTOYHOCTH, YTO, KaK MOKa3aHO, UMEET OOJIbIIOe 3HAUCHUE IS
COBEPILIECHCTBOBAHMUS ~ WHAWBHUIYAJIbHBIX CXEM  JIEYEHUS W ITOBBIIICHHUS
3 PEeKTUBHOCTH MEIUIIMHCKUX BMEIIATEILCTB;

pe3ynbTaThl  MCCIENOBAaHMS HAy4YHO OOOCHOBaHbl sl pa3pabOTKH
KJIMHUYECKHUX PEKOMEHIAIMMI IO MUTAHUIO AETEN C JTaKTa3HOM HEJOCTATOYHOCTHIO,
BKJIFOYAsl CO3JaHUE NMEPCOHATU3UPOBAHHBIX JUETUYECKUX MPOTPaMM C YYETOM HX
TEHETUYECKOUN MPEIpaconoKeHHOCTH;
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BBISIBJICHHBIE T€HETHYeCKHe (HaKTOPhbl, aCCOLUMUPOBAHHBIE C HApPYHICHUSMU
0oOMEHa JIAaKTO3bl, BHEIPEHBI B MIPAKTUKY Pa0OThl MEAUKO-TEHETHUYECKUX LICHTPOB
U JIETCKUX YUYPEKICHUH I CKpUHUHTA, PAHHEW NUArHOCTUKU U MPOPUIAKTHKU
JJAKTa3HOU HEJIOCTaTOYHOCTH.

JIOCTOBEPHOCTH Pe3yJIbTATOB MCCJAECJOBAHUS OCHOBaHA HAa NPUMEHEHUU B
paboTe TEOPETHUECKUX MOJIX0J0B U METOJIOB, METOOJIOTUIECKOW KOPPEKTHOCTHIO
MIPOBEJICHHBIX HCCIEIOBAaHUI, JOCTATOYHBIM OTOOPOM MaTepuaia, MPUMEHEHHEM
COBPEMEHHBIX METOJIOB, CHEHU(DUKON OIIEHKH BIMSHUS T€HOB U MOJUMOP(PHBIX
BapMAaHTOB Ha MeETa0oJIM3M JIAKTO3bl Ha OCHOBE B3aMMOJOTOJIHSIOIMINX
MOJIEKYJISIPHO-TEHETUYECKUX, HHCTPYMEHTAIbHBIX, KIMHUKO-OMOXMMUYECKHX U
CTaTUCTHUYECKUX METOJOB HCCIIEIOBAHMS, COIIOCTABICHUEM PpE3YJIbTATOB C
MEKIyHAPOIHBIM U OT€YECTBEHHBIM OMBITOM, BBIBOBI U MTOJTYUYEHHBIEC PE3YJIbTATHI
HOATBEPKIAECHBI YIIOJIHOMOYEHHBIMU CTPYKTYpaMHu.

Hayuynas M npakruyeckasi 3HAYMMOCTb Pe3yJbTATOB HCCJIeJ0BAHHUSA.
Haydnast 3Ha4YuMOCTBb pe3yJbTAaTOB HMCCIEIOBAHMS 3aKIIOYAETCAd B JIONOJHEHUU
CBEJICHMM O XapaKTEepUCTHKax MoKa3areieil psna (akTopoB, YYacCTBYIOUIUX B
MeTaboJIu3Me JIAKTO3bl B OpraHax MHIIEBapeHHs y JeTeld C yCTaHOBJICHHOMU
JAKTa3HOM HEJOCTATOYHOCTHIO, MPU KOTOPOM (PEPMEHT HE BBINOJHSIET CBOIO
(YHKUHMIO B IOJTHOM Mepe.

[IpakTryeckass 3HAYUMOCTh PE3YJIBTATOB MCCIECIOBAHUS OOBSICHSIETCS TEM,
YTO NOJyYEHHBIE BBIBOJIbI 00 OCOOEHHOCTSIX HapyIICHUs JUCaXapUuaHOro oOMeHa y
nered ¢ gepuuuToM (epMeHTa MOCITYKWIM OCHOBOM Uil  pa3paboTKu
JOTIOJIHUTENbHBIX U PepeHInanbHO-IMarHOCTUYECKUX ~KPUTEPUEB, IIMPOKO
OPUMEHUMBI JJIs1 OLICHKU BIUSHUS PACIPOCTPAaHEHHOCTH MOJUMOP(HBIX ajuiesnei
Y T€HOTUIIOB T€HA, PETYIUPYIOUIEr0 aKTUBHOCTH (pepMeHTa.

Bueapenne pe3yJbTaTOB HCCJIEI0BAHMS.

Ha ocHOBe moyy4eHHBIX HayYHBIX AAHHBIX MO MOJIEKYJSIPHO-T€HETUYECKUM
OCOOCHHOCTSIM Pa3BUTHS JTAKTa3HOW HEJIOCTATOYHOCTH Yy JIETEH:

nepeasi HayuHas HOBU3HA: TPEIJIOKEHUS IO YCTAHOBIECHUIO TOrO, YTO
HEKOTOpbIE€ BapUaHThI OJIMMOPPU3MA CITYKAT PAHHUMHU NPEIUKTOPAMU Pa3BUTHUS
Y KIIMHUYECKOU TSKECTU 3a00J1€BaHus, a TAKXKE OMPEACIICHUIO TUarHOCTUYECKas 1
MPOTHOCTHYECKAss UEHHOCTH mnoaumMopduzmMoB reHoB MCM6 u LCT npu
JAKTa3HOM HEIOCTATOYHOCTH Y JIE€TEH, BKIIOYEHBI B COAEpPKaHHWE METOJMYECKOU
pexomennauun «CoBpeMEeHHbIE METO/bl ompezaeneHus aepunura GepmMeHTa
JAKTa3pl y JETEl, OCHOBAaHHBIE HA MOJIEKYJIIPHO-TEHETHYECKUX IPUHLIUAIAXY,
YTBEPKICHHONH OKCIEepTHBIM coBeToM (CaMapKaHICKOro TOCyAapCTBEHHOIO
MeIUIMHCKOTOo yHUBepcuTeTa 3a Noe 7 ot 26 deBpans 2025 roma. JlanHoe
MIPEMJIOKEHUE BHEAPEHO B NPAKTUKY NPUKa3aMUd IO HEBPOJOTMYECKOMY U
JIETCKOMY OTJIEIECHUSIM J[’KH3aKCKOTO rOpOICKOr0 MEAUIIMHCKOTO 00beuHEHHS No
1700-3-55-Th/2025 ot 10.04.2025 r. u MHoOronpo@uUIbHOrO JAETCKOTO
MenuuuHckoro 1eHtpa Kamkamapeunckoit o6mactu Ne 98-T ot 09.04.2025 .
(3aKIIroueHMe HaydHo-TexHruecKoro cCoBeTa npu MunucrepcTBe
sapaBooxpaneHuss Ne 21/16 ot 07.07.2025 r.). Coyuanvhas s¢hgpexmusnocmo:
pacnpenesieHue 4acToT ajuiesied U TeHOTUIIOB T€HOB, BBISBJICHHBIX MPU KIWHUKO-

71a00paTopHOM OOCIIEIOBAaHUM IMALUEHTOB C IUCOYHKIUEH (QepMeHTa JIaKTasbl,
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MO3BOJIMJIO JIETCKUM TacTPO’IHTEPOJIOraM, IeauaTrpaM, HEOHATOJIoraM M BpadaMm
o01Iel MPaKkTUKK KIacCU(PUITMIPOBATH 3THOJIOTHIO U IMATOTeHE3 JaHHOU IMaTOJIOTHH,
JIMarHOCTUPOBATh pAaHHHE HAPYIICHUS (DPYHKIHUOHAIBHBIX CTPYKTYp OpraHOB
MUILEBAPEHUST U MPEIyNpeXaaTh OCI0KHEHUS, KOTOPhlIE MOTYT BO3HUKHYTH B
nanpHEHIeM. Jxonomuyeckas 3ggekmusnocmsb: Oynetr coxkonomsiero 1600000
CyMOB, 3aTpaulMBacMbIX Ha CTAalMOHAPHOE JIEYEHUE JAHHOTO 3a00JEeBaHUA, B
pe3ynbTaTe MOBBIMICHUS dPHEKTHBHOCTH OMOXUMUYECKAX METOI0B MCCIICIOBAHNUS
U COKpallleHHUs] HEHY>KHBIX MCCIIEIOBAaHUM TP ONPE/ICICHUH TIoKazaTene ajmienei
U TCHOTUIIOB MOJUMOP(HBIX T'€HOB, CBA3AHHBIX C KOJMYECTBOM U COCTABOM
dbepmenTa J1akTa3bl o 00pasiam KpoBH OOJIbHBIX JIETEH;

8mMopas HAyuHas HOBU3HA: TIPEIUVIOKEHUS 10 JIOKA3aHUIO BBICOKOU
Koppensiuuu aymiens A u reHoruna A/A nonumopduzma G>A-22018 rena LCT ¢
pa3BUTHEM 3a00JIEBaHUS U TSKECTHIO KIMHUYECKUX MPOSIBICHUH, a TAaKXKE UX POJIH
B Ka4e€CTBE MPOTHOCTUYECKUX MApKEPOB JIAKTA3HOW HEIOCTATOYHOCTH, BKIIFOUECHBI
B COJACpKAHME METOAMYECKOW pekoMeHmanuu «COBPEMEHHBIE  METOMbI
ompenenenus aedunmuta ¢GepMeHTa JlaKTazbl Y  JIeTeH, OCHOBaHHBIE Ha
MOJIEKYJISIPHO-TEHETUYECKUX MPUHITUIIAX», YTBEPKIECHHON DKCIEPTHHIM COBETOM
CaMapkaHJICKOTO TOCYJapCTBEHHOIO MEAUIIMHCKOrO yHUBepcutTera 3a Ne 7 ot 26
¢deBpans 2025 rona. JlaHHOe NpejIoKEHWE BHEAPEHO B MPAKTUKY MPUKA3aMU 110
HEBPOJOTMYECKOMY U  JETCKOMY OTAeJeHUsM JIXKM3aKCKOro TOpPOJACKOIO
meauimHckoro oowsenuHeHuss Ne 1700-3-55-Th/2025 ot 10.04.2025 1. wu
MHuoronpo@uibHOTO  JETCKOI0  MEIUIIMHCKOro IeHTpa KaiikamgapbuHCKON
obmactu Ne 98-T ot 09.04.2025 r. (3akmouenue HaydyHOo-TeXHUYECKOTO cOBeTa
npu MunuctepcTBe 3apaBooxpanenus Ne 21/16 ot 07.07.2025 r.). Coyuanvras
a¢hghexmusrnocms: pe3ynbTaThl UCCIAEAOBAHUS TTO3BOJIMIN JOCTOBEPHO OMPEACIUTh
(dbepMeHTaTUBHBIE TTOKA3aTelNN JIAKTa3bl, YYaCTBYIOIIEH B METaOOIM3ME JIAKTO3bI, B
3aBUCHUMOCTH OT pachpeiesicHuss ajulelied W TeHOTUIIOB MOJUMOP(HU3MOB
HCCIIeyeMbIX T€HOB C pa3Hoi uyactoToi. Kpome TOro, noka3aHo, 4TO T€HOTHUIIBI
dbopm nomumopduszma renoB T/T-13910 u A/A-22018 oTpunaTeabHO BIMSIOT Ha
aKTUBHOCTh ()epMEHTa B TOMO3UTIOTHOM cocTosHuu, a reHotunsl C/C u G/G
CIOCOOCTBYIOT ~ pa3BUTHIO JIeTKOW  (OpMbl  3a00JIEBaHUS.  IKOHOMUYECKAS
sgpghexmusnocms: Oyaer coxkonomsieHo 1150000 cymoB, 3aTpaunMBacMbIX Ha
JIeYeHUEe JAHHOTO 3a00JIEBaHMS B YCIOBHSX CTAallMOHApa, 3a CYET CHIKEHUS
Harpy3kd Ha CHCTEMY 3IpaBOOXPAHECHHUS NIyTEM ONPEIEIICHUS] aKTUBHOCTH
dbepmeHTa JIakTa3bl COBpEMEHHBIMUA METOIAMH IUaTHOCTHKHU;

mpemvs HAYYHAS HOBU3HA: TIPEMJIOKEHHS IO JI0Ka3aHUIO TOrO, 4YTO
MeTa00JIU3M JIAaKTO3bl XapaKTepu3yeTcsl 0oyiee BBHIPAKCHHBIMUA HAPYIICHUSMU U
Oojiee  BBIp@XCHHOW KIMHHUYECKOM CHMITOMATHKOW, JOKa3aHa 3HAa4YuMas
KOppensius MEXKIY TSKECThIO JIAKTa3HOM HEIOCTAaTOYHOCTH M HaJuyueM
MYTaHTHBIX TOMO3UTOTHBIX reHotunoB T/T u A/A renoB MCM6 u LCT,
BKJIFOUEHBI B COJIEp)KaHUE METOIUUeCcKoi pekomeHaanuu « CoBpeMEHHbIE METO/IbI
ompenenenuss jAehunmuta ¢GepMeHTa JlaKTazbl |y JIeT€, OCHOBaHHBIE Ha
MOJIEKYJISIPHO-TEHETHUECKUX MPUHIIMIAX», YTBEPKACHHON DKCIEPTHBIM COBETOM
CamMapkaHJICKOTO TOCYJapCTBEHHOTO MEAUIIMHCKOr0 yHuUBepcureTa 3a Ne 7 ot 26

deBpans 2025 rona. JlanHoe mpeajioKeHWEe BHEAPEHO B MPAKTUKY MPUKA3aMU 110
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HEBpPOJIOTUYECKOMY M  JETCKOMY OTAEIEHUAM J[KM3aKCKOro TOpOACKOIO
meaumnuackoro oobequHenuss Ne 1700-3-55-Th/2025 ot 10.04.2025 1. wu
MHoronpopmibHOTO JETCKOTO MEIUIMHCKOTO IeHTpa KamkagapbruHcKon
obnmactu Ne 98-T ot 09.04.2025 r. (3akmoueHue HaydHO-TEXHUYECKOTO COBETa
npu MunucrepctBe 3apaBooxpanenus Ne 21/16 ot 07.07.2025 r.). Coyuanvras
agpgexmuenocmsp: BHEIPEHUE PE3yIbTATOB UCCIECIOBAHNS B MPAKTUKY MEIUATPUN
U JETCKOM TacTPOIHTEPOJIOTMH TO3BOJMIO OOECNEUUTh PAHHIOW JAMATHOCTUKY
3a00s€eBaHusl, MPAaBUJIbHO HA3HAYUTH JICYEHUE U COCTABUThH MPABWIbHBIA PallMOH
NUTaHUsL.  ODKOHoMuueckas  2¢gexmueHocms: BBISIBJICHUE  JIAKTa3HOM
HEJJOCTATOYHOCTH C MOMOUIBI0 MOJIEKYJISIPHO-TEHETHUYECKUX METOJIOB MO3BOJISET
OBICTPO M TOYHO MOCTABUTH JUArHO3, M30eras JUIMTEIbHON HEONpPEIeICHHOCTH U
HEMPAaBWJIBHOTO JICYEHUS, a pAHHEE BBIABICHUE MPEAOTBpPALIACT 3aJCPiKKHU,
OPUBOJAIINE K TXKENbIM (opMaM 3a00JeBaHUS, YTO IMO3BOJISIET YKOHOMUThH Ha
JICYEHUHU U peaduIuTallUu;

yemeépmas HAyyHds HOBU3HA: TPEIJIOKEHUS TIO0 BBIIBIECHUIO POJHU
nommmop¢pu3moB reHoB MCM6 u LCT B pa3BUTUM NEPBUYHBIX M BTOPUYHBIX
(GopM JIaKTa3HOM HEAOCTATOYHOCTH Y JETeH, IOCKOJbKY T'€HETHYECKHE
0COOEHHOCTH METa00JIM3Ma JIAKTO3bl ONPEIEIAIOT HE TOIBKO BOCIIPUUMYHUBOCTD K
3a00J1€BaHUIO, HO U €r0 KJIMHUYECKYI0 BapuaOeIbHOCTh, BKIIFOUEHBI B COJAEPKAHHE
MEeTOoANYECKO pekoMeHnannu «COBpEeMEHHBIE METOJbl ONMpEeAeIeHHs AepuuunTa
(epMeHTa JaKkTa3bl Yy JeTed, OCHOBAHHBIE Ha MOJIEKYJIIPHO-TEHETHUECKUX
OpPUHIMIAX»,  YTBEPXKICHHOW  OKclepTHbIM  coBeToM  CamapkaHICKOTO
rocyJapCTBEHHOTO MEIUIIMHCKOro yHuBepcuteTa 3a Ne 7 ot 26 despans 2025
roga. JlaHHOE€ TMpeUIOKEHUE BHEIPEHO B IMPAKTUKY IpUKa3aMud IO
HEBPOJIOTMYECKOMY M JETCKOMY OTACJICHHUSIM J[PKU3aKCKOro TOpOACKOTO
MeauuuHckoro oo0wemuHenust Ne 1700-3-55-TH/2025 or 10.04.2025 r. wu
MHoronpo@uibHOro  JETCKOr0  MEIUUMHCKOro IeHTpa KamkanapbuHCKON
obnactu Ne 98-T ot 09.04.2025 r. (3akmoueHue HaydHO-TeXHUYECKOTO COBETa
npu Munucrepctse 3apaBooxpanenus Ne 21/16 ot 07.07.2025 r.). Coyuanvhas
aghghexmusnocmy.  TPUMEHEHUE  MPEIaraeéMoro  KOMIUIEKCHOTO — MOJX0Ja
ITO3BOJISIET MTOBBICUTH Ka4ecTBO JedueHus nereut ¢ JIH B anamuese. Ixonomuueckas
aghpexmusnocms. Oyner cakoHomseHo 800000 cyMoB, 3aTpauMBaeMbIX Ha
CTallMOHApHOE JIEYeHHE HaHHOro 3a00JieBaHUs, 3a CUET COKpAIIEHUsI CPOKOB
nedenust ¢ 10 no 5 nHeEH MocpencTBOM BHEAPEHHS MOJEKYISPHO-TEHETHYECKUX
METO/IOB.

Anpofauusi Ppe3yJbTaTOB HCCJIeN0BaHUA. Pe3ynbTaThl HCCleIOBaHUS
oOcyxneHpl Ha 4 HAyYHO-TIPAKTUYECKUX KOH(MEpPEHIMAX, B TOM 4HCIe Ha 2
MEXIYHAPOIHBIX U 2 PECTyOIMKaHCKUX HAyIHO-TTPAKTUYECKUX KOH(DEPEHITHSX.

Ony0JMKOBAaHHOCTH pe3yabTaTOB HMccaeAoBaHusl. Bcero mno Teme
auccepTaiuy onyoaukoBaHo 13 HayuyHbIX padoT, U3 HUX 6 crareil B *kKypHaiax,
pEeKOMEHJOBaHHbIX  Bwicmieit  arrecraniuoHHOM  kKomuccued — PecrnyOnuku
VY30ekucrtan s MyOiIMKalMd OCHOBHBIX HAYYHBIX PE3yJIbTaTOB AUCCEPTALMM, B
TOM 4HKCIie 2 B peClyOJMKAaHCKUX U 4 B MEKIYHAPOAHBIX HAYYHBIX KypHajaXx.
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CTpyKkTypa M 00beM auccepranmu. Jpccepranus COCTOMT U3 BBEIACHHS,
YeTHIPEX TIJIaB, BBIBOJOB U CIIMCKAa WCIIOB30BAaHHOW JUTepaTtypbl. OO0beM
muccepranuu coctaBui 120 cTpanui.

OCHOBHOE COAEPXKXAHUE JIMCCEPTALIMHN

Bo BBegeHMHm 00OCHOBBIBAIOTCS AaKTyallbHOCTb M BOCTPEOOBAaHHOCTh
IIPOBEICHHOI'0 MCCJIEIOBAHMS, ONMUCHIBAIOTCS LEIb U 33/Ja4d, OOBEKT U MpPEeaMET
WCCJIEI0BAHMS, TIOKA3aHO COOTBETCTBUE NMPUOPUTETHBIM HAIIPABICHUSAM pPa3BUTHUS
HayKHM M TEXHOJIOTUN peciyOIMKH, U3J1araloTcsl HaydHas HOBU3HA U MPAKTUYECKUE
pe3ysbTaThl  UCCIEN0BaHUS, OOOCHOBBIBAETCS JIOCTOBEPHOCTH  IOJYYEHHBIX
pEe3yNbTaTOB M PACKPBIBAECTCS MX Hay4YHas MW IPaKTUYECKas 3HAYUMOCTB,
IPUBOJATCS CBEACHUS O BHEAPEHUHU PE3YNbTATOB MCCIICIOBAHUSA, CBEICHUS IIO
OIyOJIMKOBaHHBIM paboTaM U CTPYKTYpE JUCCEPTALUH.

B  mepoii  rmaBe  auccepranmu  «CoBpeMeHHBIE  ACHEKTHI
ITHONATOrEHe3a JIAKTA3HOM  HEJAOCTATOYHOCTH (0030p JHTEpaTypbl)»
MIPEACTABICHBl PE3YyJbTaThl MOAPOOHOIO aHaliM3a JaHHBIX MHUPOBOW Hay4yHOU
JUTEpATYphl MO JAHHOM TeMme. AHanu3 JHMTEPATYPHBIX HCTOYHUKOB IOKa3all
HaJU4Khe Pa3pO3HEHHOCTH MU MPOTUBOPEUYMBOCTU JAHHBIX, a TAKXKE OTCYTCTBHE
YETKUX PEKOMEHJAIMi M0 OLEHKE MeTadoiM3Ma Jucaxapujia B YCIOBHUAX
pPa3IMYHBIX CIy4YaeB JAKTO3HON HEMEPEHOCHUMOCTU CpPEIM HACEJIEHUS Pa3HBIX
peruoHoB. B pamkax ananmuza O0bpu1o m3ydeHo Oonee 120 3apyOexHBIX HAyIHBIX
nyOnuKanuii, MOCBAMIEHHBIX METa00IMU3MY JIAaKTO3bl M CTPYKType (QepMeHTa
JIaKTa3bl, PaCIICIUISIONIEr0 JAaHHbIM aucaxapua. Oco0oe BHUMaHHE YAEJIEHO
BBISIBJICHUIO HEIOCTaTKa HAYYHBIX JAHHBIX, KACAIOIIMXCA W3YyYEHHs YacTOT
pacupenesnieHus auieJeil W TIEHOTHUIIOB TI€Ha, BIMAIOIIET0 HAa Pa3BUTHE
3a00s€eBaHus, CpeIU MOMYJISAINUNA Ha TEPPUTOPUH Y 30€KHUCTaHA.

Bropas rmmaBa nuccepranmy «XapaKTepHCTHKA MaTepHaJOB M METONAOB
HCCJIeIOBAHMS» COCTOUT U3 3 MOJAIIAB, B KOTOPBIX AAIOTCSA CBEAEHUS 00 00bEKTE
Y TIpEeIMETE UCCIEAOBaHUS.

IlepBas nmoarnaBa «O0masi XapaKTEPUCTHKA MAaTEPUAJIOB MCCICI0BAHUD).

OKCnepUMEHTAIbHBIE HCCIEAOBAHMs, OTHOCSIIMECS K JaHHOM pabore,
npoBeieHbl Ha 0aze OTaena MOJNEKYJISIPHON MEIUIMHBI U KJIETOYHBIX TEXHOJIOTUI
Pecnybnnkanckoro CHEeUaIu3UuPOBAHHOTO HAy4YHO-TIPAKTUYECKOTO
MeaunuHCKoro neHtpa remaronoruu (Kapumos H.S.), a takke B maboparopun
meauuuHckoi reHetukn (Bob6oes K.T.). Bo Bcex ciaydasx MpOBEACHBI
MOJIEKYJIIPHO-TEHETUYECKHUE UCCIIENOBaHUS.

VY Bcex 00CieIOBaHHBIX B OCHOBHOM M KOHTPOJIBHOM Tpymnmax H3ydaiauch
YacTOTHI paclpeesieHus ajiesield ¥ TEHOTUIIOB CIEIYIOIIUX MOIUMOP(HU3MOB:

rs4988235 rena MCM6 (C13910T), rs182549 rena LCT (G22018A).

JUist noctrkeHus neneid uccienoBaHus Bce 90 nereid, ydyacTBOBaBLIMX B
aHanu3e, ObUIM pacrpeesieHbl Ha CIIEIYIOIINE TPU TPYIIIbL:

[lepBas (l) rpynna — B 3aBUCUMOCTH OT CTENEHU BBIPAXKEHHOCTH JIAKTa3HOU
HenoctatouHoctu (JIH) nmetu Oblmm pas3fesieHbl Ha TPU KATErOpUU: C TSHKENOM,
cpeaHelt u n€rkoit hopmamu 3a060JIeBaHUS.
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Btopas (II) rpynma — mo »sthosmorudeckomy tuny JIH: nmepBuynas u
BTOpUYHAsT (POPMBI.

Tperes (Ill) rpynma — 10 mNoOJOBOMY  MpHU3HAKY:  OIIEHKA
pacnpocTpaHEHHOCTH 3a00JIEBaHUS CPEIN MATBYMKOB U JIEBOUEK.

Yersépras (V) — xontponbHas rpymnmna (N=85) — ycIOBHO 370pOBbIC JIECTH,
y KOTOPBIX He Obli1a BhIsIBIICHA (pepMEHTATHUBHAS HEIOCTATOYHOCTD.

VY Bcex AeTer ¢ IMarHOCTUPOBAHHOM JIAKTA3HOM HEAOCTATOYHOCTBIO, a TAKKE
B KOHTPOJILHOW TpyMIe ObUIM MCCIIEOBAHBI YaCTOTHI paclpeaeiieHus: ajeneil u
TCHOTUIIOB MOJIMMOPGHBIX MapkepoB 154988235 (C13910T) rema MCM6 wu
rs182549 (G22018A) rena LCT.

90 gmereéi ¢ ycraHOBIEHHBIM guarHozoM JIH, HaxomuBmmecs Ha
CTaIllMOHAPHOM JICUCHUHN B racTPOIHTEPOIOTHISCKOM OTJCIICHUN
MHoronpoguibHOT0 JETCKOTO METUIIMHCKOro LeHTpa CaMapkaHACKOW o0nacTy,
PO KOMIUIEKCHOE KIMHUKO-abopaTopHoe oOcnemoBanue. Ha ocHoBanuu
CUMITOMAaTHYECKUX M KIWHUKO-JA0OPAaTOPHBIX  JaHHBIX  MAI[MEHTOB,
TOCMUTANIM3UPOBAHHBIX ¢ quarno3om JIH, Obuti cocTaBieHb! TaOIUIIbI, B KOTOPHIX
Mpe/CcTaBiIeHbl Hauboyiee pacmpoCcTpaHEHHBIE KIMHUYECKHE CHUMIITOMBI W HX
9acTOTHOCTH B miporieHTax (Taom. 1).

Tabauua 1
Hau0ou1ee yacTo BecTpevaonuecsi KIMHMYECKHE CHMIITOMBI Y JIeTeill ¢ JJaKTa3Hoi
HEA0CTATOYHOCTHIO
KiinHnyeckue CHMIITOMBI YacroTa BeTpeuaemoctH, %o
AOpoMuHaAIBHBEIE 00T 100%
Meteopn3M (CKOIICHHE Ta30B B KUIICYHHKE) 100%
KonuTtrueckue 6omu (cnactuaeckast 0oib B 80,0%
KHILIEYHUKE)
Juapes 65,0%
3anop 50,0%
[loteps anmeruTa 90,0%
Hepnocratouynas Macca tena (runorpodust) 68,0%
PBora 75,0%
Bypnenue B xuBote 90,0%
H3MeHeHMe 11BeTa U 3amaxa Kaja 85,0%

Bo Bcex Hay4yHOro HMCClIeJOBaHUS OTCISKHUBAINCH 00ILIee COCTOSTHUE JeTel 1
WX PallOH MUTAHMUSL.

[ToarnaBa 2 «Metoabl ucciaeaoBanus». Jjis 1abopaTopHBIX UCCIIEIOBAHUN
U3 BEHBI NpPENIUIeUbs C MOMOIIBIO CIEUUATbHBIX IMIMPHUIIEB ObUIO B3SITO 3 MI
kpoBu: | Ma Obul MOMEmEH B MpOOMpPKY Oe3 IuTpara i OMOXUMUYECKOTO
aHanu3a, 2 MJI — B MPOOHMPKY C IUTPATOM, TMOMEMIEHHYIO B «OXJIAXKIAFOIIHMA
KOHTEHUHED.

Y Bcex TManueHTOB ObUIM  MPOBEACHBI  MOJIEKYJISIPHO-TEHETUYECKUE
UCCIIEIOBaHUs. Y BCEX YYACTHUKOB OCHOBHOM M KOHTPOJIBHOM TPYII HU3y4aIUCh
YacTOThl paclpeliesieHus] ajulelied M TeHOTUIIOB CIEAYIOIUX MOIUMOP(U3MOB:
rs4988235 rema MCM6 (C13910T), rs182549 renma LCT (G22018A). us
aHajM3a CTPYKTYphl FT€HOB U3 BhICOKOKadecTBEHHbIX 00pa3ioB JJHK, BbiaeeHHbIX
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U3 TUM(OIUTOB nepupepruuecKoil KpOBH, ObLIT UCIIOIB30BAH METO/I MOJIUMEPAZHOM
uenHoi peakiuu (I1L[P), Bkitovaronuii Tpu sTana:

e u3BneucHue JJHK u3 knuHuueckoro odpasna,

e ammumndukaius onpeaeacuubx pparmento JJHK,

® JIETEKIIMsI MPOAYKTOB aMIUTA(DUKAIIUY.

VY Bcex HCHBITYEMBIX 00paslbl KpOBU OBUIM B3SThl B MPOOMPKH THIIA
Vacutainer ¢ D/ITA (¢uoneroBas kpbrmka, DATA Ks, 13x75 mm, 5 mu). s
BbIenieHus JeiikonurapHoi JIHK wmcmons3zoBancs wHabop «Ampli Prime RIBO-
prep» (Interlabservice LLC, Poccus). [Tomumopdu3mel onpeaensiiuch METOI0M
atenes-cnermuuyeckord I[P B  peanbHOM BpeMEHH ¢ HCIIOJIB30BAaHUEM
obopynosanuss Rotor Gene Q (Quagen, I'epmanusi) u peaktuBoB «Litex» (NPF
Litex, Poccus).

[Toarmasa 3 «CrarucTHYecKHMH aHAJIU3 pe3yabTaroBy». (11 onpeneneHus
CTaTUCTUYECKON 3HAYMMOCTH Pa3IMUYUi MEXAY MapaMeTpaMH OTIEIbHBIX TPYIIII
NaruMeHToB Obla MpOBEJEHA CTaTHCTHYecKas o0paboTka JaHHBIX. OTKIOHEHUS
pacmpenenieHuss TEeHOTHUIIOB OT 3akoHa Xapau—BaiinOepra oIeHUBAIUCH C
OMOIIBI0 KoMIbIoTepHOM nporpamMmmbl GENEpPOpP. Pacyér vacroT anneneit reHoB
npoBoawiics mo Gopmyiae: p=2np+npg2N,p = \frac/2np + npg 2N. Jlns oueHku
pHUCKa pa3BUTHS JAKTa3HOM HEJIOCTATOYHOCTH, a TAK)KE CPAaBHEHUS YaCTOT aJuleiei
U TEHOTUIIOB B OCHOBHOM M KOHTPOJBHOM TPYyNIIax HPUMEHSIINCH X -KPUTEPHUU
[Tupcona u otHomeHue 1mancoB (OR) ¢ 95% nmoBepuTeabHBIM MHTEpBAIOM. J1JIs
pacu€ToB mnpuMeHsutach mporpamma OpenPop 2009, Bepcust 2.3. YpoBeHb
JIOCTOBEPHOCTH TOKazareyen omnpeaensics ¢ nomoupto T-kputepus CTroneHTa,
pu 3ToM 3HaueHus P < 0,05 cunTaauch CTAaTUCTUYECKU 3HAYUMBIMHU.

B Tperperi  rmaBe  muccepraumun  «MOJIeKyJISIPHO-TEHETHYECKHE
HCCJIEJ0BAHMSA»  MPEJCTABICHbl  OCHOBHBIE  TOJIOKEHHSI O  3HAYCHUU
nosmmMopduzma C>T-13910 rena MCM6 B meTabonu3Mme JIaKTO3bl U BIUSHUU
Pa3IMYHBIX TEHOTUIIOB HA Pa3BUTHE 3a00JICBaHUS.

Huarno3 JIH ycraHaBnuBajics Ha OCHOBAaHHMH PE3YJIbTATOB JAOOPATOPHBIX,
UHCTPYMEHTAIIbHBIX U MOJIEKYJISIPHO-TEHETHUYECKUX MCCIEI0BAHNM, MPOBEAEHHBIX
y OonpHBIX JeTedl. B kadecTBe OCHOBHOW Tpynmbl Obutv oOcienoBaHbl 90
NAIMEeHTOB; AHAJIM3UPOBAHBl HUX KJIMHHUKO-Ia0opaTtopHble mokazarenu. I[lo
pe3yibTataMm aHanu3a y 16 neteit Oblia BbIsiBIIEHA opMa cpenHel TsKecTH, y 65
— Jérkas creneHb 3a0oneBaHus, a y 9 — Tskénag QopMa JaKTa3HOU
HenocTaTouHOCTH. [lonmydeHHbIe MaHHBIC TOKa3ajld, 4YTO BapUaHThl T'€HOTHUIIOB
reHa MCM6 wurpamoT BaXXHYIO pOJb B ONPEAEICHUU CTENEHH TIKECTU
3aboJyieBaHusl. JTO, B CBOIO Ouepelb, MO3BOJIAET 00Jie€ TOYHO YCTaHABJIMBATH
JIMArHoO3 «JIaKTa3Has HEeIOCTATOYHOCTh» M MPaBUJIBHO IUIAHUPOBATh CTPATETHIO
JICYEHUSI.

B ocHOBHOW rpyIine pachpeielieHne JAeTed Mo KIMHUYEeCKuM (popmam
3a0071€BaHUsI HA OCHOBAHHMH TecTa BeHemuKTa oKazaloch CISAYIONMUM: Haubosee
Tsokénas hopma Habmoganack y aeteit ¢ renotunom T/T, ux gons cocraBuna 10 %
(Puc. 2). Y aroit rpymmsl cofep)kaHue yrieBOJ0B B Kajie HaXOAUIOCh B Mpeeiax
>1 %. INanmenTsr ¢ renotunioM C/T umenn cpeaHeTsokénoe TeueHne 3a00IeBaHMs,
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cocraBisis 72,2 % o00cnenoBaHHBIX; Y HUX YPOBEHb YIJIEBOJOB KoOJeOacs B
npenenax 0,6—1 %. Camas nérkas kiuHUYecKas ¢popMa Obliia BBISIBIICHA y JETEH C
reHoturioM C/C, kotopsie coctaBmwiu 17,8 % o011eit BBIOOPKH; Y HUX COACP)KaHUE
HEeINepeBapeHHBIX YIIIeBOAOB B Kaiie npesbimiano 0,3-0,5 %.

CpaBHuTeNbHOE HCCe0BaHNE 00pa3I0B Kaina OOJbHBIX AETEH MOKa3alo, 4To
YPOBHU YTJEBOJOB, BBIABICHHBIE IO METOAy beHeaukTa, KOppeaupoBaid ¢
KIIMHUYECKUMHU MPOSIBICHUAMHU 3a00JIEBaHUS U BApHAHTAMU T€HOTHUIIOB.

3aBUCNMOCTb MeXXay reHoTunamMmm N KoJIM4ecTBOM HeNnepeBapeHHbIX yrJ1eBoaoB
1.2t

1.1

1.0
0.9

0.8t

0.7

0.6

KonuyecTso yrnesonos (%)

0.5

0.4

C.I/ C c/T /T

feHOTWMbI

Puc. 1. CpaBHenne ananu3a beHennkra ¢ BApHaHTAMY TeHOTUIIOB B 00pa3Iax KaJia,
B3ATBHIX Y I'PYNIbI 00JIbHBIX A€TeH.

B wuccinenoBanue rpynnax Obuid cHOPMHUPOBAHBI TAOJIUIBI 1O CTENEHU
TSOKECTU 3a00JIEBaHUSI, TUITY MPOUCXOXKICHHS, & TaKXKE MO PaCIpPOCTPaHEHHOCTH
Cpenu MaJbYMKOB U JEBOYEK, M OIMpPEAeNIeHbl MOKa3aTea B3aUMHOTO BJIMUSHUS Ha
(dbepMEeHTAaTUBHYIO aKTUBHOCTb.

Pacnipenenenne amneneit u renotunoB mnonumoppuzma C>T-13910 rena
MCMG6 B OCHOBHO# (IMaIIUEHTHI C JAKTa3HOW HEJOCTATOYHOCTHIO) M KOHTPOJbHOM
rpynmnax ObUIO CIEIYIONIUM: pPE3yJbTaThl TOKa3ald, YTO B OCHOBHOM TpyIie
yactoTta T-ayens Oblia 3HAaUUTENBHO BhIlIe (0K0I0 19%), a Takke HaOIIO1aIaCh
onpenenénnas Bctpeyaemocts renotuna T/T (10 %) (Tabm. 2).

Ta6auna 2

Yacrora pacnpeneienus aniesneil u renorunos (C>T-13910) reaa MCM6 y 60JIbHBIX U
YCJIOBHO 3/10POBBIX JeTei

Ne T eHOTHIN 1 AUL1eaH Ocnonﬂaszlrs%))fnna n=90 KOHTpOﬂLHElf78§)yHHa n= 85
1 C/C renotun 65 (72,22%) 79 (92,94%)

2 C/T renorum 16 (17,78%) 6 (7,06%)

3 T/T renorun 9 (10,0%) 0 (0%)

4 C annenp 146 (81,11) 164 (96,47%)

5 T annens 34 (18,89%) 6 (3,53%)

DTO yKa3blBaeT Ha OTKJIOHEHHE pacmnpeneneHus nomumopduzma C>T-13910
rena MCM6 ot paBHoBecus Xapau—BaiinOepra B mnonyiasuud MalMeHTOB U
MOJATBEPKIAAET BO3MOXKHOE KIMHHUYECKOE 3HaueHue T-amiens. B KOHTpOJIbHOM
TpynIe ToYTH y BceX ydacTHUKOB BbIABIeH TeHotun C/C, reHorun T/T He
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BCcTpeuasics BoBce. Yacrora T-ammens coctaBwia Jwmb  3,5%, d9TO
CBUJICTEIBCTBYET O COXPAHCHUH T€HETHYECKOTO paBHOBecHs. B OCHOBHOM Trpytie
yactota T-amnens (18,9 %) Oba moutu B 5 pa3 BbllIEe, YeM B KOHTPOJbHOH (3,5
%). I'enorunn T/T ompenensics Tombko y mamuweHToB (10,0 %), Torma kak B
KOHTPOJILHOM TpYIIIIe TOJHOCThIO oTcyTcTBoBal. Yactora renotuna C/C B
KOHTPOJIBHOM rpynne coctaBuiia 92,9 %, Torna kak B OCHOBHOM — CYIIECTBEHHO
Hxke (72,2 %). I'ereposurotueiii renotun C/T B OCHOBHOHW Tpymre BCTpedascs
yamie (17,8 %), ueM B kouTpoabHO# (7,1 %). Takum 00pa3oM, B OCHOBHOM IpyIiiie
OTMEUEHa BBICOKAas YacToTa T-ayutenss W 3HaYuTeNnbHas BcTpedaemocTh T/T-
TCHOTHIIA, YTO TIOJTBEPKIACT KIMHINYECKOE 3HaUYEeHUE JTAHHOTO MosimMopdu3ma. B
KOHTPOJBHOUM rpymnmne mnpeodnamaer C-amnens (96,5 %), a renotun T/T ne
BBISIBJICH, YTO CBUJICTEIBCTBYET O COXPAHCHWHM TEHETHYECKOTO DPAaBHOBECHSI.
Paznuuusa mexay rpynmamu nokassiBaioT, yTo nosumopdusm C>T-13910 rena
MCM6 wurpaetr BaxHyl pojib B (opmupoBaHHH (DEeHOTHIA OOJBHBIX M MOXKET
paccMaTpUBATHCS KaK OJIMH W3 TEHETHYECKUX MapKEPOB 3a00JICBaHMUS.

CpaBHeHuUe pacrpeieieHus: ajuielie U TeHOTUIIOB B OCHOBHOM (N=90; umuciio
amener = 180) u xoHTpoNIbHOM (N=85; uncio amreneir = 170) rpynmnax (Puc. 2)
MOKa3aJjio clieAyromee: OCHOBHas rpymma: yactora C-amiens — 81,1 % (146/180),
T-amnens — 18,9 % (34/180); pacnpenenenue renorunos: C/C — 72,2 %, C/T —
17,8 %, T/T — 10,0 %. Konrpompras rpymma: dactora C-amrens — 96,5 %
(164/170), T-amnens — 3,5 % (6/170); pacnpenenenue renotumnon: C/C — 92,9 %,
C/'T— 7,1 %, T/T — 0 %. AHanu3 KIMHUYECKUX CTeTeHel 3a0oJieBaHus cpeau
nanueHToB: JI€rkas crenens (H=65; uncno amnened = 130): C-amnens — 96,1 %,
T-amneas — 3,84 %; renorunsl: C/C — 92,3 %, C/T — 7,7 %, T/T — 0 %. B
sToit rpynme npeobnmaman C-amwrens, reHotun T/T  orcyrcTBoBaj, dTO
CBUJICTEIBCTBYET O 00Jiee BEIPAKEHHOM 3alIUTHOM (P heKTe.

MCM6 C/T-13910: HacToTa annenen n reHotuna C/C no rpynnam

100 |
Annene C (%)

Annenes T (%)
FreHoTnn C/C (%)
80

YacToTa (%)

OcHoBHas JNlérkas CpenoHsia Taxkénasn KoHTpoJsibHas
Mpynnbi

Puc. 2. Yacrora ayutesieil u reHoTunoB reia MCMG6 B 0OCHOBHO# W KOHTPOJILHOI rpynmax

B rpynme co cpenneii cTenenbo JOMUHUPOBA reTepo3urotHelil renotun C/T
(62,5 %), a yactota T-annens Oblna 3HaunMTENbHO BhINIE (37,5 %), 4TO yKa3bIBaeT
Ha BaXHYIO posib T-ajiens B mporpeccupoBaHuu 3a0osieBanus. Tsokénasi cTeneHb
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XapaKTepru30Bajach CIECIYIOMUMH noka3aremamu C-amiens — 5,55 %, T-annenb
— 94,4 %; renotunsl: C/C — 0 %, C/T — 11,1 %, T/T — 88,9 %. Iloutu Bce
TSOKENBIE TAlUEHTHl SIBISUIUCH HOCHUTENSIMU  T-ajmiens, MpeuMyIIECTBEHHO B
romo3urotHoit popme T/T (88,9 %), 9TO MOKET CBUAETEIHCTBOBATh O CHIIBHOU
accolMalmu TsHKEToro TeueHus ¢ T-amieneM.

B rpynne namuenToB yactora C-ayens coctaBwia 146, 4To 3HAUMTENIBHO
HIDKE TI0 CPaBHEHHIO ¢ KOHTPOJIbHOM rpynmoit (164). y* = 18,89 (p = 0,0000139),
pe3yabTaT CTaTUCTHUECKU BbIcOKO 3HaunM(Tad 3). OR = 0,157 (95% CI: 0,064—
0,385), PP = 0,84. D10 yka3biBaeT, uro C-ajuieinb ABISCTCS 3aIlUTHBIM (DaKTOPOM.
NubiMu cnoBamu, y Hocutened C-amienss pucK pa3BUTHS 3a00Ji€BaHUS CHUXKEH
noutd Ha 80 % 1O CpaBHEHUIO C KOHTPOJBHOW rpymnmoi. B rpyrmme nanueHToB
BBISBJIICHO 34 ciyvas T-ajiens, Torja Kak B KOHTPOJIBHOM TpyIIie — JUIIb 6. ¥ =
18,89 (p < 0,0001), OR = 6,36 (95% CI: 2,60-15,60), RR = 5,35. Dro
CBUJIETEIILCTBYET, UTO HaJlnuue T-asiesns moBhIaeT mpeapacioyioxkeHHocTs K JIH
B 6 pa3. CtaTucTrueckas 3HaUMMOCTh 04eHb Bbicokas (P < 0,001).

I'enotun C/C cpeau mamueHToB BeTpedancs y 65 (72,2 %), B KOHTPOJIbLHOU
rpytime — y 79 (92,9 %). Oto moarBepxkaaet, uro reHotun C/C sBisieTcs
3aIUTHBIM: Y €r0 HOCHUTENIEH PUCK pa3BUTHs 3a00JieBaHUsA CHM)KEH modtd Ha 80
%. Annens T, HampoOTHB, BBICTYIAET IJIaBHBIM (DAKTOPOM PUCKA U 3HAUYUTEIIBHO
Yale BCTPEYAeTCs y JETe C JaKTa3HOW HEIOCTATOYHOCTBIO, YEM B KOHTPOJIbHOM
rpynne. I'enotun C/T yBenuuuBaeT mpeapacroyiokKEHHOCTh K 3a00JI€BaHUIO, HO
CTAaTUCTUYECKAas 3HAYMMOCTh HAXOJUTCS Ha MOTpaHUYHOM YypoBHE. [lomyueHHbIe
JaHHbIE TOATBepXkAarT, 4to mnomumopdusm C>T-13910 rena MCM6 moxer
paccMaTpuBaThbCd B KayeCTBE OJIHOTO M3 BaXKHBIX TEHETUYECKUX MAapKepoOB

3a00J1eBaHUA.
Tadauua 3.
YacTtoTa pacnpenesenust anieseid u renorunos (C/T-13910) rena MCMG6 y 601bHBIX U B

KOHTPOJIbHOM IPyIiie B 3aBUCHMOCTH OT NPOMCXO0KAeHH S 3a001eBaHUS
Iloxka3atear | OcHoBHasi | KoHTpou
rpynmna bHasI 1 p OR RR 95%ClI
rpynmna

Asnien C 146 164 18,89 0,0000139 | 0,157 0,84 0,064-0,385

Amnen T 34 6 18,89 < 0,0001 6,36 5,35 2,60-15,60
I'enorun C/C 65 79 11,49 0,0007 0,2 0,78 0,076-0,510
I'enorun C/T 16 6 3,65 0,056 2,85 2,52 1,057-7,665

Ha ocHoBe mpuBen&¢nHoM Tabauiibl TpoBenEH creayrommii anamm3: OCHOBHAS
rpynma: yacrota C-amiens — 81,1 %, T-amnens — 18,9 %. I'enorunsr: C/C —
72,2 %, C/T — 17,8 %, T/T — 10,0 % (Tabn. 4). Pe3yapTaThl moKa3ajau, 4TO
yactora T-amens u reHoruna T/T B OCHOBHOI Tpynme 3HAYUTENBHO BbIIIE, YTO
MO3BOJIAET paccMaTpUBaTh WX B KauyeCTBE MapKEepOB pHUCKa 3a00JieBaHUS.
HampotuB, B KoHTpoJbHOU Tpynne mnpeobmnanarot C-amiens u redHorun C/C,
KOTOpBhIE MOTYT paccMaTpHBaThbCs Kak 3alluTHble Mapkephl. [loarpymma ¢
nepsuyHoi JIH xapaktepuzoBanach CIEAyIOIIMMHU JaHHBIMU: yacTtota C-aiuiend
— 75 %, T-ammenst — 25 %. I'enorunsr: C/C — 64,6 %, C/T — 20,8 %, T/T —
14,6 %. Yactrora T-aymens B 3Toil rpymnne no4Ttd B 10 pa3 Bblllie, 4eM B KOHTPOJIE.

37



Oco0eHHO 3HayuTeNnbHO BoO3pocia jaodas romozuror T/T (14,6 %), uro
MOJTBEPXKJIAET MX POJb KaK OCHOBHOTO MapKepa pHcKa MpU MEPBUYHON (opme
3abonesanus. [logrpynmna ¢ Bropuunout JIH: wactora C-ammens — 88,1 %, T-
amnenst — 11,9 %. I'emotunsr: C/C — 81,0 %, C/T — 14,3 %, T/T — 4,7 %.
YacroTa T-amienst Takxe BBILIE MO CPABHEHUIO C KOHTPOJIEM (IIPUMEPHO B 5 pas),
HO HIKE, YeM MPHU NEPBUUHON Popme.

DTO CBUAECTENBCTBYET O TOM, YTO T-ajuiensb ocTaércs MapKepoM pHUCKa U MpH
BTOPUYHON (opMe, OJIHAKO OCHOBHYIO pOJb 3JE€Ch HIPAaeT HOCHUTEIHCTBO
rerepo3uroTHoro renotuna C/T. CpaBuenue yactot: T-amiens: koHTposib — 2,4
%, nepsuunas JIH — 25 %, sropuunas JIH — 11,9 %. 'enotun T/T: KoHTpOJIb —
orcyTcTByeT, mnepBuunas JIH — 14,6 %, Bropuunas JIH — 4,7 %. Takum
obpazom, mnpu mnepBuyHor JIH wmapkepwr pucka (T-amnenpr u renotun T/T)
BCTPEUAIOTCS C HaWOOJBIIEH YacTOTOM, 4YTO MOATBEpXKIaeT Oojiee CHIIbHOE
BIIMsiHUE TeHeTnueckoro (akrtopa. Ilpu BTropmunoil JIH mapkepbl pucka Takxke
BBISIBJICHBI, HO WX YacTOTa HIDKE, YTO YKa3blBaeT HA BO3MOXKHOE YydYacTHe
JOTIOJTHUTEBHBIX JKOJOTHUECKUX W KIMHUYECKHX (PakTopoB. B KOHTpOIBbHOM
rpynne npeodnanart C-amwiens 1 renotun C/C, 4To MOATBEPKAAET UX 3HAYECHUE

KakK 3alIUTHBIX (PaKTOPOB.
Ta6aunna 4
Pe3yabraTel anaausa PXB ajuiesneil 1 reHOTHIIOB B MOATPYNIIAX C NIEPBUYHON U
BTopuuHoi JIH

KosmmuecTBO H3y4eHHBIX
A aJulesieil 1 TeHOTHIIOB
re']:;i'];?lz MepBuunas | Bropuunas %2 P RR 95%ClI OR
JIH JIH

n % n %
C 72 75 74 88,1 4,20 0,041 0,85 0,19-0,92 0,42
T 24 25 10 11,9 4,20 0,041 2,04 1,09-5,29 2,40
CIC 31 | 64,6 34 81 2,23 0,135 0,80 0,17-1,55 0,44
CIT 10 | 20,8 6 14,3 0,29 0,593 1,42 0,52-4,50 1,53
TIT 7 14,6 2 4,7 1,43 0,231 2,63 0,66-13,1 2,93

B noarpynne ¢ nepsuunoii JIH wacrora renotuna C/T cocrasuna 20,8 %, Bo
Bropuunor JIH — 14,3 %. > = 0,29; p = 0,593. OR = 1,53 (95% CI: 0,52—-4,50).
Xots B moarpynne c¢ nepBuuHod JIH moxaszartens ObLI OTHOCHTENBHO BBIIIE,
pa3auurs He JTOCTHINIM cTaThcTUdeckor 3HaunmMocTH (Ta6m. 4). I'enorun T/T: B
noarpynne ¢ nepsuunon JIH ero wacrora cocrasuna 14,6 %, Bo Broprunoit JIH —
4,7 %. y* = 1,43; p= 0,231. OR = 2,93 (95% CI: 0,66-13,1). Pa3nuune
CTaTUCTUYECKM HEIOCTOBEPHO; XOTS Yacrora T-ajiens y [JEeBOYEK BBIIIE,
3HaYUMOTO TMOATBEpXkAeHUs He monydeHo. Amnens T u reHotun T/T Boime B
rpynne nepsuyHor JIH, m MX MOXHO paccMmaTpuBaTh KaK OCHOBHBIE MapKEpPbI
pucka 3aboneBanus. Asmiens C, HampoTHB, npeoOjanana B TpyMre BTOPUYHOU
JeiikosHuedanonaTuy, AaBas Moka3aTesd, OJNM3KUE K MPOTEKTMBHOMY MapKepy.
XOTS JOCTOBEPHBIX pa3IMyuil MeEXAYy TIEeHOTHUIaMU He HaOIAanoch, Ha
aJUIeJIbHOM  yYpOBHE accomuanusi amienss T ¢ puckoM 3abojieBaHust Oblia
cTaTUCTUUECKHU 3HaUMMOM (p=0,04).

38



Pacnpenenenne amneneit u reHotunoB nojgumopduszma C>T-13910 rena
MCM6 y MallbYMKOB M J€BOYEK HE pa3IMyaioch. ['€HIEpHBIA aHAINA3 IMOKa3all
OTCYTCTBHE 3HAUMMBIX PA3JIUYUiA HU Ha YPOBHE aJIJIENIEH, HU Ha YPOBHE T'€HOTHUIIOB
(Bce 3nauenus P>0,05), 3a uckmodyerrem toro, uto reHoTunt C/C ObUT HECKOIBKO
Bhie y MmanbuukoB (P=0,067; kputepuit @umiepa P=0,052) (Tab. 5).

Tabauna 5

Pacnpenesienne ajiiesieid 1 reHoTunoB mosumoppusma MCM6 C/T-13910 mexay

MaJb4YUKaAMH U 1€BOYKaMH

KosmmyecTBO H3yYeHHBIX ajjiesieil u
TeHOTHIIOB
el N T T 2 | P |RR| 95%CI OR
TeHOTHIIbI I'pynna neBouex
MaJbYUKOB
N % N %
C 54 58,7 43 48,9 138 | 0,24 | 1,20 0,83 —2,68 1,49
T 38 41,3 45 51,1 138 | 0,24 | 0,81 0,37-121 0,67
C/IC 12 26,1 4 91 3,36 | 0,067 | 287 | 1,04-11,96 3,53
CIT 30 65,2 35 79,5 164 | 0,20 | 0,82 0,19-1,25 0.48
T/T 4 8,7 5 11,3 494 | 0,025 | 0,77 0,19-2,97 0,74

B d4erBeproil rnmaBe nuccepraunu «BuausHHe aJiesied M TeHOTHIIOB
noaumoppusma G>A 22018 rema LCT na pa3Burue 3a00/1eBaHUSI NPH
HEMEPEHOCUMOCTH  JIAKTO3bD>  IIPCJCTABJICHbl  KOHKPETHBIC  IMOKA3aTeu

T'CHCTHUYCCKHUX (baKTOpOB, Y4aCTBYIOIINUX B MeTa00In3Me JIAKTO3bI.
Ta6auna 6
YacToTa pacnpeejieHus ajjesieid 1 reHoTUnoB nojaumoppuzma G>A-22018 rena LCT y
00JILHBIX M B KOHTPOJILHOM Irpynime

Yacrora ajuenei YacrtoTa pacnepeesiecHusi TeHOB
Ne I'pynnel G A GIG G/A A/A
n % n % n % n % n %
1 OCHO‘:]H*:"IQBPYHHE‘ 147 | 817 |33 | 183 | 66 | 733 | 15 [167| 9 | 10
Tspxenast cTeneHb
2 Hn=9 1 10 9 90 0 0 1 11,1 8 88,9
CpelHsist CTeTeHb
3 THn =15 18 60 12 | 40 4 26,7 | 10 | 66,7 | 1 6,6
Jlerkas creneHs
4 TIH n = 66 128 97 4 3 62 9 4 6 0 0
5 | Komrpomemas | 164 | 9647 | 6 | 353 | 79 |9294| 6 |7.06| O | 0O
rpymma (n = 85)

W3 nmaHHbIX TaOnMIBl 6 BHUIHO, YTO B HM3YyUYEHHOW BHIOOPKE MAIMEHTOB W
KOHTPOJILHOM Tpymme pacnpenenenue awieneit G u A ObIJIO CIASAYIONNM: aJljIeNn
G — 81,7 % (147/180), A — 18,3 % (33/180). I'erotunsr: G/G — 73,3 % (66/90),
G/A — 16,7 % (15/90), A/JA — 10,0 % (9/90). Takum oOpa3oM, B OCHOBHOM
rpynme nroMmuHupoBan G-anienb, 0JJHaKo A-aJiellb TaKKe BCTPEUaNCs C 3aMETHOU
yacroroit. ['enotunm A/A (10 %) yka3piBaeT Ha BO3MOXKHYIO ACCOLHMAIMIO C
3a0oeBaHueM. Y TAIMEHTOB C TSHKEIONW CTENeHbI0 3a00eBaHus A-ayieinh UMEET
a0COJIIOTHOE TOMUHUpPOBaHKE, a TeHOTHIT A/A BeTpeuaercs B 88,9 % ciiyyaeB, uTo
CBUJIETEIBCTBYET O CHJIBHOW aCCOIMAIMKM JAHHOTO MOJUMOp(H3Ma C TSHKETBIMH
dbopmamu 3aboseBanus. [Ipu cpemHel cTeneHUW AOMUHUPOBAT T€TEPO3UTOTHBIN
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renotunt  G/A (66,7 %), uto mNOAYEPKHMBAECT 3HAYUMOCTh A-ajUiens B
nporpeccupoBanun 3aboneBanus. Jl€rkas cremenp JIH (n = 66; 132 ammens):
Amremn: G — 97 % (128/132), A — 3 % (4/132). I'enorunsr: G/IG — 94,0 %
(62/66), G/IA — 6,0 % (4/66), AIA — 0 %. B sroit rpymme gomuuaupoBan G-
aJieNb, A-ayieNib BeTpedasics KpaiiHe penko (3 %), a renormm A/A He ObuI
BbIsIBJICH. B koHTponbHOI rpymnme G-amnens uMen abCOIOTHOE JOMHUHHUPOBAHHE,
gactota A-amrens Obuia kpaiiHe HuU3KOH (3,5 %), a reHorunn A/A TOJHOCTBIO
OTCYTCTBOBAJL.

[Tomy4yeHHbIC pe3ysbTaThl MMOKa3bIBAlOT, 4TO TeHoTun A/A  Moxer
paccMaTpuBaTbCid Kak (haKTOp pHUCKA, OCOOEHHO TIpU TEPBUYHOU (popme
3abosieBanus. [Ipu ananuse Bropuunoi JIH: amnenu G — 81 % (68/84), A — 19
% (16/84), a renotunsr: G/G — 66,7 % (28/42), GIA — 28,6 % (12/42), A/A —
4,8 % (2/42). B noarpymme co BropuuHoi JIH oTMeueHa MOBBIIICHHAS OIS
rerepo3uror G/A (28,6 %), 4ro yKa3plBaeT Ha 3HAYMMYIO POJIb HOCHUTEICH
TeTEPO3UTOT B PAa3BUTHH BTOPUYHON ¢opmbl 3aboneBanus. [enotunm A/A
BcTpeuasicsa pexe (4,8 %). B koHTposibHOM TpyIiie abCOMIOTHOE JOMUHUPOBAHUE
nMmenn G-amrens u redorunn G/G, torma kak A-amnens M reHotn A/A
MIPAKTUYECKA HE BCTpedyanuch. CpaBHEHHME OCHOBHOW TPYyHNIIbI U KOHTpoyisi: B
OCHOBHOM Tpymme dYacTtoTa A-amiens Obutla B 5 pa3 BBIIIE 1O CPAaBHEHHUIO C
koHTposieM (18,3 % mpotuB 3,5 %). ['eHotun A/A BBISIBIICH TOJBKO B OCHOBHOM
rpymme (10 %). DTo moaTBepkaaeT, 4To A-ajiesb ¥ TeHOTHNT A/A SBISIOTCS
MapKepaMu prcKa 3a00JIeBaHUSI.

6,25% 28,60%

92,94%
73,30%

OcHoBHaA rpynna  lMepsuyHoi JIH BTropuuHom J1H KoHTponbHaa
N=90 n=48 n=42 rpynna (n=85)

G/G mG/A mA/A

Puc. 3. Pacnipenenenue renorunos nojumopduzma G22018A rena LCT B ocHOBHOIT
rpynmne (N = 90) u B KOHTPOJILHOIT rpynme (N = 85).

B ocHoBHOII rpynie yactora A-amienst Obuia moyTd B 13 pas Boiuie (46,7 %
npotuB 3,5 %). ['erepozurotsl G/A B OCHOBHO# TpyIIie BCTPEYATUCH O0Jiee YeM B
10 pa3 wame (73,3 % npotuB 7,1 %). B koHTposibHOM rpyIine abCOIOTHOE
nomunupoBanne umen resotun G/G (92,9 %). YV nmeBoyek dactora A-aiens U
rerotuna G/A Obuia BBIIIE, YTO MOXKET CBHJIECTEILCTBOBATh O 00JIce BHIPAKCHHOM
TeHETUYECKOM MPepacrosioKEHHOCTH K 3a00JI€BaHUIO Y JKEHIIUH. Y MaJlbuyUuKOB
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gactota G-amiens Heckoibko Bbimie, a reHotun G/G BcerTpedancs dyame 1o
CpaBHEHHMIO ¢ jaeBoukamu. A-amrenb W reHotun G/A B OCHOBHOU rpymre,
OCOOEHHO Yy JEBOYEK, MOTYT PacCMaTpUBAThCS KaK OCHOBHBIE MAapKepbl PHCKa
3aboneBanus. B 1o xe Bpems G-amnens u redotun G/G, momMuHUpYROIIAE B
KOHTPOJIBHOM TpyMNIIE€, HHTEPIPETUPYIOTCS KaK 3allUTHBIE MAPKEPHI.

YacToTbl FEHOTUMOB NpU NoauMoppuamMme G=>A-22018 reHa LCT

G/G

G/A

80| . A/A
60

£
40
20
OcHoBHada rpynna Manb4mnKn HNeBo4kn KoHTponbHasa rpynna

Mpynnsl

Puc. 4. Yacrorsl reHoTunos nojumopduzma G>A-22018 rena LCT B ocHOBHOIi rpynme u B
KOHTPOJIbHOI Ipynie y MaJb4UKOB H 1eBOYeK.

AHanu3 4acToT ayienei u reHoTunoB nonmumopduzma G>A-22018 rena LCT
B Ipynmnax MajbUWMKOB M JCBOYEK IMOKAa3ajl HAJIWYHE OMpPEICIEHHBIX pa3induid
Mexay mnonamu. [lomydeHHble pe3ynbTaThl MMOKa3ald, YTO CYIIECTBYIOT
omnpeaesieHHbIC pa3nuus Mexy rmoamu (Taob:. 7).

Tabauuna 7
YacToThl pacnipeesieHusl ajljelieii 1 TeHOTHIIOB BapuaHTa nosmmmopguszma G/A-22018
(G>A, pr182549) rena LCT B ananu3ze PXb s rpynn Majib4HKOB H IeBOYEK

KonuyecTBO N3y4eHHBIX
ajiiesie 1 TeHOTHIIOB
Aduesi i I'pynna I'pynna %2 P RR 95%ClI OR
TeHOTHIIBI

MaJIbUMKOB JeBOYEK

n % n %
G 54 58,7 42 47,7 1,76 0,185 1,23 | 0,86-2,81 1,56
A 38 41,3 46 52,3 1,76 0,185 0,79 | 0,36-1,16 0,64
G/G 12 26,1 3 6,8 4,70 0,030 3,83 | 1,26-18,50 4,82
G/A 30 65,2 36 81,8 2,38 0,123 0,80 | 0,19-2,97 0,74
A/A 4 8,7 5 11,4 0,005 0,944 0,77 | 0,19-2,97 0,74

Yacrora G-amnens y MmainbuukoB coctaBuiia 58,7%, 4TO HECKOJIBKO BBIIIIE TIO
cpaBHEHHUIO ¢ jaeBoukamu (47,7 %), oqHAKO pa3ivude HE UMEJIO CTaTUCTHYECKOU
sHaunmoctu (P > 0,05). HanpoTtus, yactora A-ayuiens y neBouek Obuta Boimie (52,3
%), HO Takxke HempocTtoBepHa (P > 0,05). OTo yka3bIBaeT Ha TO, YTO MOBBIIICHHAS
gacToTa A-ajuiens y JEBOYEK MOXKET OTpakaTh TEHACHIIMIO K OoJbiei
TCHETHYECKON TIPEIPacIoIOKEHHOCTH K 3a00JIEBaHUIO, OJTHAKO CTATHCTHYCCKOU
CWJIBl JTAaHHBIH pe3yibTaT He WMeeT. Ha ypoBHE TI'€HOTHIIOB BBISBIECHBI OoJiee
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BbIpakeHHbIe pasnuuns: ['eHotun G/G 3HAYMTENBHO 4dallle BCTpeYaics Yy
ManbuukoB (26,1% mpotuB 6,8%), paznuuue ObLIO CTATUCTUYECKH 3HAYMMBIM
(p=0,03; OR = 4,82; 95% CIl: 1,26-18,50). DOTm jgaHHBIE ITO3BOJISIIOT

paccmatpuBath G/G Kak BO3MOXKHBIH MMPOTEKTUBHBINA MapKep Y MaJbuUKOB.
BbIBO/1bI

B pesynprare npoOBEAEHHBIX HMCCICAOBAHMM II0 TEME JIHUCCEPTALMM:
«MoOneKynsIpHO-TEHETHYECKUE OCHOBBI Pa3BHUTHSI JIAKTA3HOM HEJOCTATOYHOCTH Y
JeTeily ObUIM MOJYYEeHBI CISAYIOINE BHIBOIBI:

1. Ha ocHOBaHMM TIOJIyYEHHBIX PE3YJHTATOB YCTAHOBJIEHA CHJIbHAs
accolUMaTHBHAsA CBSI3b MEXKIY PpPA3BUTHEM JIAKTa3HOM HENOCTAaTOYHOCTH U
nomuMmoppusmamu  rena MCM6 C>T-13910, LCT G>A-22018, wuro
CBUJETENBCTBYET O BIMSHUU HOIMYJISALMOHHBIX U PETHOHAJIBHBIX OCOOCHHOCTEHN Ha
pa3BUTHE 3a00JI€BaHUS.

2. Ilpu pa3BUTUM TSOKEIOW JIAKTa3HOHW HEIOCTATOYHOCTH MYTaHTHBIC
romo3urotHeie TeHoTHnbl T/T u G/G reroB MCM6 u LCT pekoMeHIyrOTCS B
KaueCTBE MPOTHOCTHYECKUX KPUTEPHEB sl (POPMUPOBAHUS TPYIIT BBICOKOTO U
HU3KOT'O PHUCKA.

3. Ompenenena 3HaunMocTh nonuMopdusmo rena LCT mpu mepBuuHOM
Ture 3adoneBanuss U reHa MCM6 npu BTOpUYHOM THUIIE Y JIETE€H C JIAKTa3HOM
HEJI0OCTATOYHOCTHIO.

4. Ilpm aHasu3e mona IAUWEHTOB C JIAKTA3HOM HEIOCTAaTOYHOCTBIO Y
MaIbYuKOB BbIsiBIeHO, yTo reHoTun G/G rena LCT (26,1%) u renotun C/C rena
MCM6 (26%) umeroT HU3KUI pUCK pa3BUTHs 3a00JEBAHUS U PAacCMATPUBAIOTCS
KaK MPOTEKTUBHBIE Mapkepsl. 1Ipu 3TOM yacToTa BCTPEYAEMOCTH 3TUX I'€HOTHUIIOB
y MaJbYMKOB C JAKTa3HOM HEJIOCTaTOYHOCTHIO OblIa B 3,53 u 4,82 pasa Bhlllle, yeM
y JI€BOYEK.

5. BbISBIEHHBIE acCOLMAIMU CIIOCOOCTBYIOT PACHIMPEHUIO BO3MOKHOCTEH
MOHUMAHUSl TMAaTOrCeHETHYECKUX MEXaHW3MOB JIAKTa3HOM HEAOCTaTOYHOCTH,
paHHEH AMArHOCTUKU U MHIUBUyAIU3aLUU TEPATTHH.

42



SCIENTIFIC COUNCIL DSc.04/30.12.2019.Tib.30.03
FOR THE AWARDING OF SCIENTIFIC DEGREES
AT THE TASHKENT STATE MEDICAL UNIVERSITY

SAMARKAND STATE MEDICAL UNIVERSITY

KXIDIROVA SOJIDA KHUSNIDDIN QIZI

MOLECULAR-GENETIC BASIS FOR THE DEVELOPMENT OF
LACTASE DEFICIENCY IN CHILDREN

14.00.16 — Normal and pathological physiology

ABSTRACT
of the doctor of philosophy (PhD) dissertation in medical sciences

TASHKENT - 2025

43



The theme of the dissertation of doctor of philosophy (PhD) was registered at the Supreme
Attestation Commission at the Ministry of higher education, science and innovations of the
Republic of Uzbekistan under No. B2023.3.PhD/B3851.

The dissertation has been prepared in the Samarkand State Medical University.

The abstract of the dissertation is posted in three languages (Uzbek, Russian, English (resume)) on
the website of the Scientific Council (www.tma.uz) and Informational and educational portal «ZiyoNet»
(www.ziyonet.uz).

Scientific adviser: Azimova Sevara Bahodirovna
Doctor of Medical Sciences, Associate Professor

Official opponents: Saifullaeva Saida Akromjonovna
Doctor of Medical Sciences, Associate Professor

Kayumov Abdurakhmon Abdumavlyanovich
Doctor of Medical Sciences

Lead organization: Kazakh National Medical University named after
S.D. Asfendiyarov (Republic of Kazakhstan)

The dissertation defense will take place on 2025 at hours at the
meeting of the Scientific Council DSc.04/30.12.2019.Tib.30.03 at the Tashkent State Medical University
(Address: 100109, Tashkent, Farobi st., 2. Tashkent State Medical University, academic building 10, 1st
floor. Tel./Fax: (+99871) 150-78-25, e-mail: info@tma.uz).

The dissertation can be found at the Information Resource Center of the Tashkent State Medical
University (registered under No. ). (Address: 100109, Tashkent, Almazar district, Farobi street, 2.
Tashkent State Medical University, 2nd academic building "B" wing, 1st floor, office 7. Tel./fax: (99871)
150-78 -14).

The dissertation abstract was sent out _ 2025 years.
(register of mailing protocol No. dated 2025).
G. I. Shaikhova

Chairman of the Scientific Council for the Awarding
of Academic Degrees, Doctor of Medical Sciences,
Professor

D.Sh. Alimukhamedov

Scientific Secretary of the Scientific Council for the
Awarding of Academic Degrees, Doctor of Medical
Sciences, Associate Professor

A.B.Saidov

Chairman of the scientific seminar at the Scientific
Council for the Awarding of Academic Degrees,
Doctor of Medical Sciences, Professor

44


http://www.tma.uz/
http://www.ziyonet.uz/

INTRODUCTION (abstract of the PhD dissertation)

The aim of the study is to assess the role of polymorphisms of the MCM6
and LCT genes in the development of lactase enzyme deficiency and to identify
risk factors for the development of enzyme deficiency.

The object of the study consisted of 90 pediatric patients undergoing
treatment for lactase deficiency at the Children's Gastroenterology Department of
the Samarkand Regional Multi-Profile Medical Institution.

The scientific novelty of the study is as follows:

It was established that certain polymorphism variants serve as early predictors
of the development and clinical severity of the disease, and the diagnostic and
prognostic value of MCM®6 and LCT gene polymorphisms in lactase deficiency in
children was determined;

based on the determination of the prognostic significance of the C>T-13910
polymorphism of the MCM®6 gene in children with lactase deficiency, a high
correlation was demonstrated between the A allele and the A/A genotype of the
G>A-22018 polymorphism of the LCT gene with the development of the disease
and the severity of clinical manifestations, as well as their role as prognostic
markers of lactase deficiency;

it was proven that lactose metabolism is characterized by more pronounced
disturbances and more pronounced clinical symptoms, and a significant correlation
was demonstrated between the severity of lactase deficiency and the presence of
mutant homozygous T/T and A/A genotypes of the MCM6 and LCT genes;

since genetic characteristics of lactose metabolism determine not only
susceptibility to the disease, but also its clinical variability, the role of
polymorphisms of the MCM6 and LCT genes in the development of primary and
secondary forms of lactase deficiency in children has been identified.

Implementation of research results.

Based on the obtained scientific data on the molecular genetic characteristics
of the development of lactase deficiency in children:

According to the conclusion of the Expert Council of Samarkand State
Medical University (Protocol No. 12, June 11, 2025) and the decision of the
Scientific and Technical Council under the Ministry of Health (Protocol No. 21/16,
July 7, 2025), the following scientific novelties were introduced into the practical
activities of the Jizzakh City Medical Association (Departments of Neurology and
Pediatrics) and the Kashkadarya Regional Multidisciplinary Children’s Medical
Center (orders No. 1700-3-55-TB/2025 of April 10, 2025, and No. 98-T of April 9,
2025):

first scientific novelty: proposals to establish that some polymorphism
variants serve as early predictors of the development and clinical severity of the
disease, as well as to determine the diagnostic and prognostic value of MCM®6 and
LCT gene polymorphisms in lactase deficiency in children, are included in the
content of the methodological recommendation “Modern methods for determining
lactase enzyme deficiency in children based on molecular genetic principles”,
approved by the Expert Council of the Samarkand State Medical University No. 7
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dated February 26, 2025. This proposal has been put into practice by orders of the
neurological and children's departments of the Jizzakh City Medical Association
No. 1700-3-55-TB/2025 dated 10.04.2025 and the Multidisciplinary Children's
Medical Center of the Kashkadarya Region No. 98-T dated 09.04.2025 (conclusion
of the Scientific and Technical Council under the Ministry of Health No. 21/16
dated 07.07.2025). Social effectiveness: the distribution of allele and genotype
frequencies of genes identified during clinical laboratory testing of patients with
lactase enzyme dysfunction has enabled pediatric gastroenterologists, pediatricians,
neonatologists, and general practitioners to classify the etiology and pathogenesis
of this pathology, diagnose early disturbances in the functional structures of the
digestive organs, and prevent complications that may arise later. Economic
effectiveness: 1,600,000 sums will be saved on inpatient treatment for this disease
as a result of increased efficiency of biochemical research methods and a reduction
In unnecessary testing for determining the allele and genotype indicators of
polymorphic genes associated with the amount and composition of the lactase
enzyme in blood samples from sick children;

second scientific novelty: proposals to prove a high correlation of the A allele
and the A/A genotype of the G>A-22018 polymorphism of the LCT gene with the
development of the disease and the severity of clinical manifestations, as well as
their role as prognostic markers of lactase deficiency, are included in the content of
the methodological recommendation “Modern methods for determining lactase
enzyme deficiency in children based on molecular genetic principles”, approved by
the Expert Council of the Samarkand State Medical University No. 7 dated
February 26, 2025. This proposal has been put into practice by orders of the
neurological and children's departments of the Jizzakh City Medical Association
No. 1700-3-55-TB/2025 dated 10.04.2025 and the Multidisciplinary Children's
Medical Center of the Kashkadarya Region No. 98-T dated 09.04.2025 (conclusion
of the Scientific and Technical Council under the Ministry of Health No. 21/16
dated 07.07.2025). Social effectiveness: the study results allowed for the reliable
determination of lactase enzyme activity, which is involved in lactose metabolism,
depending on the distribution of alleles and genotypes of the studied gene
polymorphisms with varying frequencies. Furthermore, it was proven that the
genotypes of the T/T-13910 and A/A-22018 gene polymorphisms negatively affect
enzyme activity in the homozygous state, while the C/C and G/G genotypes
contribute to the development of a mild form of the disease. Economic
effectiveness: 1,150,000 soums will be saved on inpatient treatment of this disease
by reducing the burden on the healthcare system by determining lactase enzyme
activity using modern diagnostic methods;

third scientific novelty: proposals to prove that lactose metabolism is
characterized by more pronounced disorders and more pronounced clinical
symptoms, a significant correlation between the severity of lactase deficiency and
the presence of mutant homozygous genotypes T/T and A/A of the MCM®6 and
LCT genes has been proven, are included in the content of the methodological
recommendation “Modern methods for determining lactase enzyme deficiency in

children based on molecular genetic principles”, approved by the Expert Council
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of the Samarkand State Medical University No. 7 dated February 26, 2025. This
proposal has been put into practice by orders of the neurological and children's
departments of the Jizzakh City Medical Association No. 1700-3-55-TB/2025
dated 10.04.2025 and the Multidisciplinary Children's Medical Center of the
Kashkadarya Region No. 98-T dated 09.04.2025 (conclusion of the Scientific and
Technical Council under the Ministry of Health No. 21/16 dated 07.07.2025).
Social effectiveness: the implementation of research results into pediatric and
pediatric gastroenterology practices has enabled early diagnosis, appropriate
treatment, and the development of a healthy diet. Economic effectiveness: detecting
lactase deficiency using molecular genetic methods allows for a quick and accurate
diagnosis, avoiding prolonged uncertainty and inappropriate treatment. Early
detection prevents delays that lead to severe forms of the disease, saving on
treatment and rehabilitation costs;

fourth scientific novelty: proposals to identify the role of polymorphisms of
the MCMBG6 and LCT genes in the development of primary and secondary forms of
lactase deficiency in children, since genetic features of lactose metabolism
determine not only susceptibility to the disease, but also its clinical variability, are
included in the content of the methodological recommendation “Modern methods
for determining lactase enzyme deficiency in children based on molecular genetic
principles”, approved by the Expert Council of the Samarkand State Medical
University No. 7 dated February 26, 2025. This proposal has been put into practice
by orders of the neurological and children's departments of the Jizzakh City
Medical Association No. 1700-3-55-TB/2025 dated 10.04.2025 and the
Multidisciplinary Children's Medical Center of the Kashkadarya Region No. 98-T
dated 09.04.2025 (conclusion of the Scientific and Technical Council under the
Ministry of Health No. 21/16 dated 07.07.2025). Social effectiveness: the proposed
integrated approach improves the quality of treatment for children with a history of
pulmonary insufficiency. Economic effectiveness: 800,000 soums will be saved on
inpatient treatment for this condition by reducing the treatment duration from 10 to
5 days through the implementation of molecular genetic methods.

Structure and volume of the dissertation. The dissertation consists of an
introduction, four chapters, a conclusion and a list of references. The volume of the
dissertation is 120 pages.
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