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Kupum (dpaicada noxkropu (PhD) nuccepranmsiCHHUHT aHHOTAIUSICH)

JInccepranmsi MAaB3YCMHHHI J10J13ap0JiMru Ba 3apypartu. [[yHéna cYHITu
Huiapia TYFWIMIIHUHT OY3WJIMIIM MyaMMOCH MYXUM axaMmMusaTra sra Oynuo,
HaakaT TUOOMK-MOKTUMOMM MyaMMoOra aujaHau, OajKu JyHEmard 3aMOHAaBHM
THOOMETHMHT  WHCOH  PENpPOAYKTHB  (YHKIUACH  (DH3HOJOTHACH  Ba
MaTOJOTUACUHUHT acOCUi KUCMHAMP. JKaxOoH COFJIMKHHU CaKjall TallKWJIOTHHHHT
(OKCCT) mapnyMoTiapura Kypa, «..KaTTajap axoJHCHHHHT TaxmMuHaH 17,5 %
OeNyIITINKAAaH a3uAT 4YEKMOKIa, Oy TaXMHMHAaH 48 MWUIMOH Ky(DTIMKIUp...».
Berymiaukka omb kemaauran cadbadiap: SHAOKPHUH Kacayutukiap - 35%, 6auagon
makiu - 18%, ty6an omun - 30%, IMMYHOJIOTHK OMUI - 5%, )KUHCHI IICHXOJIOTHK
oMuI - 5%, UAMONATHK, KeTUO YUKHUIIIK HOMabIyM OenyIITIUK - /%. Dpkakiapaa
XaM, aéiiap/aa XaMm TYFUJIUITHUHT Oy3WIHIIHHUHT 2HT MyXUM cababiapuian oupu
Ir¢HEeTUK cabaOmapaup. ['€HeTMK OMMIDIapHM aHHKJIAIl OemymT KyQTiIapHU
OOIIKApUIIHUHT acocHii amanuéTiaapuaan ompuaup. I['eHeTruk cababmap Hadakar
YJIApHUHT maiao OYVauin yactotacu, Oaikyi, OWpUHYM HaBOATHa, TYpMYII Tap3uIaH
MYCTaKWJIUTH Ba JABOJIAHUIIIATY KAMUHUMIMKIAP Ty(daiim 3HT MyXUMJIapyIaH
oupuaup. [y 6ouc, TYFUIUITHUAT Oy3UIMIITH MyaMMOCH TOOOpa MyXHUM aXaMUsT
kacO ATMOKIa Ba HadakaT THOOMM Ba FOKTHMOMM MyaMMoOTa aijaaHuO OOpMOKIa,
0anky 3aMOHaBU THOOMETIA MHCOH PENPOAYKTHUB (DYHKITUSCH (PHU3HOJIOTHSCH Ba
MaTOJOTUSACHHUHT aCOCUN KUCMUIUP.

KaxoHma penpoayKTuB JUCHYHKIUSHIUHT MOJICKYJISIP-TCHETHK acTICKTIapy Ba
aémiapaa OupiamMuu OCMyIITIMKHUHT PUBOKJIAHUIIMHU Oaxonaml Oyilnya Katop
WIMHR-TAIKUKOTIAp amMajira ommpuiMokiaa. by Oopama deprumauru Oy3uiran
aérap/ia KIMHUK Ba jJabopaTtop KypcaTKUUJIapuHU KHECUU OaxoJjali, OupiaMun
OenmymTIuKAary aémiapaa MUTOTeHETHK XPOMOCOMa KaCaJNTMKIIAPUHUHT TapakacH
Ba CHOCKTPUHHM Tax)IJI Kwidm, aémnapaa OupiaMyd  OCTYIITIMKHUHT
PUBOXUIAHHAIINAA 6 TEH MOJIUMOPQPU3MIIAPUHUHT MOJICKYJISP TEHETHK TaXJIMIIH/IA
TU3UMIIA TeHnap-xuncuii ropmonnap (A2039G FSHR, Ala593Pro LHCGR) Ba
dommii kucnoracu anmammnayBu (C677T Ba A1298C MTHFR, Ile22Met MTRR,
A2756G MTR) perynaropiaapu moaMOpPU3MUHU Xamja OUpIaMyud OCmyIITIMK
OwraH xactajaHraH aéuiap Y4yH AWArHOCTUK aJITOPUTMHHU HWNUTA0 YHKHUIITA
KapaTWITraH WIMHN TaIKUKOTIIAp aJIOXK/1a axaMUsT KacO ATMOK/A.

MamitakatumMuzia THOOMET COXACMHU PUBOXKIIAHTHPHIN, TH3UMHH JKaXOH
aHjo3ajmapyd  Tajabjapura  MOCTAIITHPHUIN, O KyMjagaH, TYpPJIH  COMAaTHK
KaCJTMKJIAPHU TAaIIXKCIIAII, JaBOJall Ba OJAWMHU ONHIN CHU(PATHHUA OIIWPHINTA
KapaTWIraH KEHI KaMpPOBJIM 40pa-TaaOupiap amaira omupuinMokia. by Gopana
2022-2026 iumnnmapra MyipkautanraH  SIlHrH Y30€KMCTOHHMHT — TapakKHET
CTPATETUSCUHHUHT €TTUTA YCTYBOP HyHaAIMIIUTa MyBO(PUK axoymra THOOHA Xu3maT
KYpcaTHIll JapakaCHHH SIHTH OOCKHWYTa KyTapuiiia «...OupiaamMum THOOWI-
CaHUTApHWs XHU3MaTHJa axojura MajakKald Xu3MarT KypcaTthil CcudaTHHU
SAXIIWIALL...»* KaOu Basudanap Oenrunanrad. Yoy sasudanapaad KeIuo YMKKaH
XO0Jila PENpPOAYKTHUB JTUCHYHKIMSHUHT MOJICKYJSP-TCHETUK acCIeKTJIapyu Ba
aémmapaa OuwpiaMyu  OCHYIITIMKHUHT PUBOKIAHUIIMHA —~ TaKOMUJUIAIITHPHIII
103aCUIaH TaIKUKOTIAPHU aMaJjira OIIHPHII MaKcaara MyBO(UK.

World health organization, 2023.
2V36exucton PecnyGnukacu Ilpesupentununr 2022 iiun 28 suBapparu ITd—60-con «2022-2026 itmapra
MyIDKayutaHra SIHrn Y30eKHMCTOHHHHT TapakKUET CTpaTerusic Tyrpucuia»ru GapMoHu.



V36ekucron Pecny@mxacn Hpe31/meHTHHHHr 2022 iinn 28 susapmaru 11O
60-con «2022-2026 iwmmiapra MyJDKaJIJ]aHraH Snry Y36eKUCTOHHUHT TapaKKHET
cTparerusicu Tyrpucuaa», 2017 itwn 16 maptugaru [1D—-4985 «llommmuay THOOMI
epI[aMHI/I KEITyCHa TaKOMUIUIAINTUpMII OYiWYa 4opa-TanOMpiap TYFpHCHIA»,
2018 wmn 7 nexabpaaru [1d-5590-con «Y30eKUCTOH Pecny6nukacu CorIuKHU
cakjiall TU3UMHMHM TyOJaH TaKOMWUIAIITUPHUIN OViuYa KOMIUIEKC dYopa-
TanOupnapu Tyrpucuaa»tu Gapmonnapu, 2017 iun 20 mongarn 11K-3071-con
«Y30€KUCTOH PecnyOiinkacu axoJIMCHUTa 2017-2021 Hntapaa
UXTUCOCTAIITUPUIITaH TUOOMI €pamM KYpCATHUILHU SHAa PUBOKIAHTUPHUIL YOPa-
tagoupiapu Tyrpucuaa», 2019 iun 19 anpenmaru [1K-4295-con «2019 - 2021
Wuimapna  pecnmyOnMka —axoiMcura dHAOKPUHOJOTHS EpAaMy  KYpCaTHIIHU
TaKOMWJUTAIITUPHUII OYiinya Munii JacTypHH TacAUKIAII TyFpucuaa», 2022 i
26 suBapaaru [1K-102-con «9HAOKpUHONOTUSI XU3MAaTHHU TAKOMWJUIAIITUPUII Ba
KYJaMUHU KEHTaUTUpUII dYopa-TaAOupiapu TYFPUCUAANTH Kapopiiapyd Xamja
Ma3Kyp GhaonusTra TeruiuIi 0o1Ka MebEPUN-XYKYKHUI XysKoKaTiaapaa Oenruianrad
Ba3u((asapHU aMajra omupuIia ymoy AuccepTauns TAAKUKOTH MyalisiH Japakaaa
XU3MAaT KWIAJIH.

TagKUKOTHUHT pecny0/mnka ¢an Ba TEeXHOJIOTUsJIapH
PUBOXJIAHUIIMHUHI YCTYBOP HYHAJMILIAPUTa MOCJIMIUH. MasKyp TaaKUKOT
pecniyonrka (aH Ba TeXHOJOTUsulapu puBoxJaHUmMHUHT VI, «TubOuér Ba
(hapMakoorus» ycTyBOp WYHANMIIUTA MyBOPUK OakapuiiraH.

MyaMMOHMHI  VPraHwirawjJuk jaapaskacu. TuobOuér amanuérura
MOJIEKYJISIP TEHETUK Ba LIMTOTEHETUK TEXHOJOTHS YCYJUIAPUHUHT KOPUM STUITUIIN
Owran aénnapaa TYFWIMIIHUHT OYy3WIMIIA 3THONATOTCHE3MHU Ba OHpiaMuu
OENyIITIMKHUHT PUBOXKJIAHUIINHM Ypranui uctukoosmapu oumiau. Ly cababdiu,
rOpMOHaJI XOJaTra Ba PENpOAYKTHB (PYHKIUS OYy3WJIUIIUHUHT IIAKJUTAHUIIINATA
TabCUP KUITYBUYM (PYHKIIMOHAT T€HETUK KYpPCATKUWIAPHU aHUKJIAII OCMyIITINKHU
Oaprapad >THII Ba a€JUIAPHUHT PENPOIYKTUB CAJOMATIMTHHU SIXIIWJIAIl HYKTau
HazapuIaH OKyaa HMCTUKOowM HyHamumaup. IyHn TaH oMl KEpakkw,
Y30eKuCTOH1a KYaluIll COXacuaru ce3usapiiv ITyKIapra Kapamail, aéniapHUHT
OCNyIITIMTA Xalld XaM KUINN KIMHUK Ba THOOMH-MOKTUMOUN MyamMMmo OYiH0
KoaMoKAa. PecrnyOnukamusna XO3Uprd KyHra Kajaap aéilapHUHT OCMyIITIUTU
TapkuOuga TOpPMOHAJ, XpoMOcoMa Ba TeH Oy3WJIMUUIAPUHUHT  YIYLIU
ypranunmarad. BU3HHMHI TEKIIMpUII MPOTOKOUIApUMHU3 Ba YOy MyaMMOHU
JaBOJIAIll YYYH IMAaXCUM EHAamnryBiap spaTuiMarad. Aémiapia penpoayKTHB
TUChYHKIMSIHU TallIXHCIalga MOJICKYJISp T€HETUK Ba IUTOTEHETHUK YCYJUIapHU
KyJam Oyinya KypcaTrMmaiap Ba TaOMUM TYFUIIMIIHUA caMapalid TUKJIAi OJIaluraH
3amoHaBuii APT nactypiiapuau Unuiad YMKUII Ba KIMHUK aMaaueTra sKOpyUid STHIII
MOMWINHY  3apyparaup. JyHEHMHr eTakyu JaBiatiapuaa  aéilapHUHT
Geprwuiuruan - Oaxonam  OyilMua WM JoiiMxanap Taxpubacu —IIyHH
KypcaTaiuKky, KIMHUK, TOPMOHal Ba MOJIEKYJSIp TEHETHK TaJKUKOTJIap
HaTWKAJIAPUHU SrOHA MUJUTMM JacTypra OUpialiTUpUIITUHA OUpiIaMyuu Oy IITINK
OWJ1aH XacTajlaHraH a€JUIapHUHT TAOUUNA TYFUIIMII KOOMIIMSITUHY CaMapaiy TUKJIAIT
uMKoHMHH Oepamu. IOkopuma aifTwinrannapHuHr Oapyacu  MyaMMOHMHT
JOM3apOMUTMHA  KypcaTAW Ba YOy JAuccepTanus MaB3yCHHH, Makcaa Ba
Ba3u(alapyHyu TaHJIAIIHA AaHUKJIa/IH.

VY30eKUCTOHIa Typiau KacaUIMKJIApPHU CYpHKAIM IIAKIWTK  YTHUILHU
naTo(U3NOJIOTUK Ba MOJIEKYJIIp T€HETHUK OaxoJaml Ba OeMOpIIapHU yMp KYpHII
JABOMUWIWIINTUHU  y3aUTUPHUIT Oopacujia Karop WIMHA TaIKHUKOTIAp OJUO
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oopunran (Kapumor X.A., 2021; 2022; UpwuckynoB B.Y., 2022; VYtsamsbliieB
P.P.,2022; bo6oes K.T., 2022), 6upok, 3pkakiapaa *uHCHEA Au(hepeHIHsIaHIIIT
Ba pENpoAyKTHB (HAOTMATHHU  Oy3WIMIUIAPUHUHT  KIWHUK-TOPMOHAN — Ba
MOJIEKYJISIP-TEHETUK aCTEKTIapU TAKOMILUIAIITHPUIMAraH.

Aémmap penpoaykTuB  (pyHKIMsIapu  Oy3WIMIUIAPUHU — TalIXMCIaIlia
MOJIEKYJISIp-TEHETUK, IIMTOTEHETUK YCIyOnapHM KyJUlall Y4yH KypcaTMajlapHH
unutad gukumi, Tabumii GEepPTILIUKHE camMapalid THKJAIra UMKOH OepaauraH
3amoHaBuii APT nactypiapuHu Ba KIMHUK aMAJIMETTa KOPUM KWJIMIITHUHT MyXUM
3apypaTUHU TaK030 TaJIH.

Huccepraums TaAKUKOTMHMHI JUcCCepTaAnMs Oa)kapuiraHn MJIMUIi-
TAAKUKOT TAMKWIOTHHUHI WIMHA-TAAKMKOT HILIAPH pexajapu OujiaH
oorsmkauru. Jluccepramus TagkukoTH PecmyOnmka MXTHUCOCIAMITHPHITAH
re€MaTOJIOTUs MIMUA-aManuii TUOOUET MapKasMHHMHI MJIMHUK-TaIKUKOT HILIapu
pexacura MyBopuk Ne03-4974 «Axonu caJOMaTIWTUHU SXIIUIAI, Y30EKHUCTOH
PecnyOnukacu axonucura THOOU MpopuIakTUK EpAaMHU TAKOMIJUIAIITUPUII Ba
axoJIM CaIOMAaTJIMTH Y49yH XaB(uu omuutapuau Oaptapad >tumn (2018—-2022 iii.
MaB3yCH Jloupacuaa 0axxapuiras.

TagKMKOTHHHT MAaKcaaM pPENpPOAYKTHUB AUCHYHKUUSHUHT MOJICKYJISAP-
TEeHETHK acleKTJIapu Ba aéiapja OupiiaMuu OCHyIITIMKHUHT PUBOKIAHUIITUHU
MAaTOTCHETHK KYPCATKUWIAPUHU 0aXO0JIalIHA TAKOMUJUTAIITHPHUIIIaH HOOparT.

TaagKNKOTHUHT Ba3u(aaapu:

depTiiurn Oy3wiran aémuiapja KIMHUK Ba jJabopaTop KypcaTKU4JIapuHU
Kuécuii 0axoJiall,

Oupnamuyu  OenywITiaukgard — aémiapga  UATOTEHETHK — XpoMocoma
KaCATUKJIAPUHUHT Japa)kacH Ba CIICKTPUHY TaXJIMJT KYUJTHIII,

ammapaa  Oupiamud  OCMYIITIMKHUHT  pUBOXJIaHWIIMIA 6  TeH
NOJIMMOPGU3MIIADUHUHT MOJIEKYJISIp T€HETUK TaXJIMJINIa TU3UMIIH TeHIIap-KUHCUN
ropmonnap (A2039G FSHR, Ala593Pro LHCGR) Ba ¢ommii kuciortacu
anvamuayBu (C677T Ba A1298C MTHFR, A66G MTRR, A2756G MTR)
perynaropiaapu noJiMophuaMuHu 0axosnar,

Oupnamun OenmymITIMK OWaH XacTajaHraH aémiap Yy4YyH JUarHOCTHK
AITOPUTUMHH TAKOMIJLIAIITUPUII Ba UIIUTA0 YUKHIIL.

TagkukoTHUHT 00beKkTH cudatraa 2019-2022 iinmnap gaBomuaa ToumikeHT
maxpuaaru «Jlokrop J» xycycuii mudpoxonacura mypoxkaat kuiarad 109 nadap
TyFull KoOunusitu Oy3unrad, uryiapnaan 40 nadap aén Oemymtiuru, 38 Hadapu
kymma Oenmymtiuk Ba 31 Hadapu OupiaMmyu OenmymTiauK Typaiiau Tymu0 KoJraH
aémtap, 1y KymuiaaaH HazopaT rypyxuaaru 105 nadap maptiau coryioM aémiap
OJIMHTaH.

TagkuKOTHUHT npeaMeTH cudartuga OupiaMuu aén OenmymTIuru Tydainm
TYFUII KOOWITUATH Oy3wiran aénjap KOHUAA LUTOTEHETHK XpOMOocoMma Ba 6 Ta
rernap: A2039G FSHR, Ala593Pro LHCGR Ba ¢omnuii kucioracu aJiMammHyBU
(C677T Ba A1298C MTHFR, A66G MTRR, A2756G MTR) perynaropuapu
nonmopdusmMuHu Tannaauk.Hatmwkana Oupinamuu OemymTiIuK OuilaH XacTajlaHTaH
aénap y4yH TalIXUCaIl TECTIAPHU UITUTA0 YMKHUII OyHnda MaTepraiap OJUHIN.

TagkMKOTHUHT ycyJuiapu. TagKUKOTAa PENpPOAYKTHB AUCHYHKIIUSHUHT
MOJIEKYJISIp-TEHETUK ~aclekTiapu Ba aémiapjaa OupiaMyd  OenyIITIMKHUHT
PUBOXIIAHMIIMHA OaxoJamija KIMHUK, TOPMOHaJ, OMOKUMEBHMA, dPKaKJIap YIyH
BO3 2021 mnporokonura MyBOQHK cliepMa, HHCTPYMEHTAN, IITUTOTCHETHK,
MOJIEKYJIIP-TEHETHK Ba CTATUCTUK yCyJUlapuaan (porganaHras.



TagKMKOTHUHT WIMMIA SIHTWJINTH KyiHugaruiapaad uoopar:

depTriuru Oy3uirad aémiapja MUTOTEHETUK Oy3WJIUIUIAp TY3WIHIIUIATH
COH Ba CTPYKTYpaBH XpOMOCOMa AaHOMAIMSUIADWHU aHUKJAII acocuaa Y30eK
MUJUTATATa MaHCy0 aémrapjaa penpoayKTHB IUCPYHKIUSHUHT TMAaTOTEHE3U I
XpOMOCOMa Ba I'eH Oy3WIHMIIIAPUHUHT YPHU UCOOTIIAHTaH;

dommukynorene3 (FSHR Ba LHCGR) puBoxiIaHWIIMHM HA30paT KUIWIIAA
UINTUPOK JTAJAWTaH TOPMOHAJI TapTHOTa COJUIIHWHT TH3UMIIM TeHJIAPUHUHT
Japaxanapu Ba MyTalldsl CIEKTpJIapu, IIYHUHTIIEK, aéinapaa OenmyIITIUKHUHT
NaTOreHe3uJa  yJIApHUHT  VpHHU, (PEPTUWUIMKHUHT  Oy3WIuIIM  XaB()UHH
Oamoparianiga MPOTHOCTUK MapKep T'€HJIAPUHUHT alljied MOIMMOP(OU3MUHUHT
aXxaMUATH aCOCJIaHTaH;

aélapaHuHT PENPOAYKTHB (DAOJUATHUHT HW3AaH YUKHINW YJIApHUHT (oJiat
UUKJIM TE€HJAPUHUHT Japa)kajapu Ba myrtainuoH cnektpiaapu, MTHFR C677T Ba
A1298C mnonaumopduMIapUHUHT OUpJiaMyu OENyIITIMK JaBpuiaru aémiapiaa
a0OPTJIAPHUHT PUBOKJIAHUIINIATH KYPCATKUWIAPUHUHT YPHU UCOOTIIAHTaH;

MOJIEKYJISIP-TEHETUK TaJKUKOTIap HaTWKajlapyu acocuaa Yy30eK MuUlaThra
MaHCyO aémiap/ia penpoayKTUB (DAOJUATUHM THUKJIAIl Ba OY3WIMIIMHU OJIJUHU
OJIMII YYyH OCMyIITIMKHUHT OUpJIaMyud OJITUHU OJIUII TapTUOW UCOOTIAHTaH.

TagKUKOTHUHT aMaJIMii HATHXKAJIapH KyHuaaruiapaad noopar:

FOPMOHAJI XOJIATHU Ba (DOJMMNA [UKIM TEHJApUHU TapTuOra CoJIyBUd
reHjaapaard noauMOop(PU3MIAPHUHT LIUTO- Ba MOJICKYJISIP T€HETUK TaAKUKOTIapU
HaTWKaJIapy KIIMHUK KYPCHU TalIXMCIIAII Ba Oamopar KWIMII y9yH TallXucaml Ba
Oarmopatiann Mapkepiiap acocaH aéulapHu OCEmyIITIMK Ba TaOWMM TYFUIIUIITHU
TUKJIAIl TAPTUOU SPATUIITAH;

OEMOPHUHT PENPOAYKTUB CAJOXUATUHU OaxoJianl Ba OEMyIITIuKHA OapTapad
STUII YYyH TETUIUIN TAKTUKA TAHJIAHTaH;

PENPOYKTUB MapKazjiap MyTaxaccuciapu (penpoayKTHB IHQoKopiap,
aHJIPOJIOTJIAp, aKyllep-TUHEKoJoriap, THOOWM reHeTwkiaap, SMOpuojoriap Ba
OolIKanap) yuyyH yciayOuil KyJjulaHMara KApUTWITaH Ba THOOMET OYiinya maxcyc
KypciapHu Tailépiaii Ba yTkazumaa xaM (hoianaHuiyg MyMKUHIUTH 0ax0JIaHTaH.

TagKMKOT HATMKAJAPUMHI MIIOHYWIMJIMIM HIIJAa KYJUIAaHWITaH Ha3apuiu
€HmamyB Ba ycyJuiap, Ojau0 OopwiiraH TaJAKUKOTIAPHUHT YCIyOWi yuxaTiaaH
TYFPWINTH, €TapJiM Japaxaja Marepuaiap TaHJAHTAHIWTH, KYJUTaHWITaH
YCYJUIApHUHT 3aMOHABUWJIMTH, YJIApHUHT OUPU UKKUHUYMCUHM TYJIJAUPAJIUTAH
KJIMHUK, TOPMOHAJI, OWOKUMEBUN, HHCTPYMEHTAJ, IUTOTCHETUK, MOJEKYJISP-
TeHETHUK Ba CTATUCTUK TAJAKUKOT YCYJUIApUIaH PENPOAYKTHB AUCHYHKIIUSHUHT
MOJICKYJISIp-TEHETUK ~acleKkTiapu Ba adiapaa OupiamMyu  OemylITIMKHUHT
PHUBOKIIAHUIITMHUHT Y3UTa XOCIUTH XalKapo Ba MaxallIuid TaxpuoOanap OwuiiaH
TaKKOCJIAHTAHJIUTH, XYJOCA, OJMHTaH HATHXKAJIAPHUHT BAaKOJATIW TYy3WJIMaiap
TaCAUKJIAHTAHJIUTH OWJIaH aCOCIIaHAIN.

TagKuKOT HATHKAJAPUHUHT WJIMMHA Ba aMajui axaMusiTM. TagkKuKOT
HATWKAJIADUHUHT WJIMUM  aXaMusSTH KJIWHUK JabopaTtopusi Ba 3aMOHaBUM
CUTOMOJICKYJISIP T€HETUK TEXHOJOTHsIap acocuaa (OJUIMKYJIOTeHEe3HU TapThOra
COJIMIITHUHT MypaKKab WYKH TApMOK ¥3apo TabCUpHUIa OEBOCUTA UIIITUPOK ITATUTaH
TeHJIap Ba XPOMOCOMAJIAPHUHT  TYFUJUIN  OY3WJIUIIMHUHT  PUBOKJIAHUII
MEXaHU3MHUra KYIITaH XUCCACH XaKuJa SHIMU MabJIyMOTJap OJIMHTaHJINTH,
aéJUTapHUHT OCMYIITIUTMHUHT PUBOXIIAHUIIM Ba KJIMHUK IIaKUlapu OuliaH
UIIOHYIN OOFIUK OViraH TEHJIAPHUHT TEHOTUIIUK BapHaHTIAPU aHUKJIAHIUTU
OnIaH M30XJIaHAIN.
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TaaKkMKOT HaTWKaNapUHUHT aMaluil axamMHusiTH TOPMOHal Ba TE€HETHK
napaMeTpiapHu pyWxaTra OJuIl OWIaH KEHI KaMpOBIM TEKIIMPYB aéiapaa
OupraMyu OENMyIITIUKHUHT PUBOXJIAHUIIMHKA OammopaTr KWidimra EpuaM OepuIim
OusaH U30XJIaHAIH.

TaagKUKOT HATIKAJAPUHUHI  KOPUMHA  KWIMHHIOM. PenponykTtus
TUCHYHKIMSIHUHT MOJIEKYJISIp-TEHETUK acleKkTiapu Ba admapaa Oupiamyu
OCTYITIMKHUHT PUBOKIIAHUIIIMHU acocyaml Oyinda OJIMHTaH WIMHANA HaTKajlap
acocuaa:

oupunyu urmutl aveunux: QEPTWIIUTH Oy3uiraH aémiapia UTOTEHETHK
Oy3wMIIap TY3WIMIIUIAATU COH Ba CTPYKTYpaBUN XpOMOCOMa aHOMAJIMSIIAPUHU
aHWKJAIl acocuja Yy30eKk MwuWuiathura MaHcyO aémmapja  penpoayKTHB
TUChHYHKIMSHUHT TAaTOTEHE3HWIa XpPOMOCOMa Ba TeH Oy3WIMIUIAPUHUHT YPHU
ucOoTHnaHranaury  Oyiinuya Ttakmuduap PecrnyOnnka UXTHCOCHAIITUPUITAH
reMaToJIOTUsl WIAMUN amManuii THOOMET Mapkazu MyBODUKIAIITUPYBYH SKCHEPT
KeHramu ToMmoHuaan 2023 #wmn 15 aBryctma 7/1-coH OwiaH TacauKJIaHTaH
«benymtnuk Ba Takpopuil aboprna MTHFR renmnunr A1298C Ba C677T
MOAMMOP(PU3MIAPUHN TUATHOCTUKACKH» HOMJIM YCIyOUM TaBCHUSIHOMAa Ma3MyHUTa
cuHraupuwirad. Maskyp takiud PecryOnvuka MXTUCOCTAIITUPUIITAH TEMATOJIOTHSI
WIMUNA aManuii THOOMET Mmapkasu Oyimua 15.08.2023 #unmarm 7/1-coH xamja
«DoktorD-IVF» MYK nabopaTtopus Ba kimHukacu 0yitnya 24.07.2023 fiunnaru 3-
COH OyiipyKtapu Ominad aMmanueTura xopui STuirad (CoOFTMKHU CakJialll Ba3UPJIUTH
xy3ypuaaru Wnamuii TexHuk keHramwHuHr 2024 #iun 8 wurongarum 02/37-con
XyJnocacH). HMboiemumouti  camapadopaueu: UWATO- Ba  MOJEKYJSIP-TEHETHK
TaIKUKOTIAp acocuaa Yy30€eKk MuwulaTura wMaHcyo admiapjaa penpoayKTHB
TUCQYHKIUSIHUHT TMAaTOT€HE3WJa XpOMOCOMa Ba TEHJApHUHT OakapaauraH
daonusatuan Oy3ununuiapu €, TMU kypcarkudiapu Ounian OOFIUKINTY, KUYUK
rypyxJjap opacujaru 6emopriapaa OemyIITINK JTABOMUNITUTUHUHT
XYCYCHUSATIAPUHH, PEIPOAYKTHB MyamMMoJIapa EIIHUHT YpHU, aéITHUHT COFJIMFUTA
TabCUP KWIYBUM DHIOKPUH TH3UMH KaCAUTMKIIAPDHUHT VPHHU, TYXyMJIOHJIAp
3aXUpacUHUHT €mra OOFJWK TMMacalviid Ba TYXyM CH(DATHHUHT EMOHJIAIINAIIN
PENPOJYKTUB HATWXKajapra TabCUP KWIUIIM MYMKHHJIMTHA Xamja TallIxXuciall
TapTUOUHM SXIIUJIAIT UMKOHUHU Oepran. Uxmucoouii camapadopaueuy: CTalaoHap
IAPOUTIa MA3Kyp KaCAUIMKHU €TTH KyH JIaBOMUJA WUJIMra Oup MapTa JaBoJiallira
cappnanaguran 15600000 cym Oromker mabnarnapu (eptun €mmard aémiapaa
OYNyIITIMKHU OJITMHU OJIMII Ba YHWHI HATIKACHJA t03ara KeNraHJaH pPyXHi
y3rapuijiapHi OJIIMHU OJIUIII Ba OWJIAJapHMU CaKJalll OpKAJIM MalMeHTIaApHUHT
CaJIOMATJIUTVUHU TUKJIAII Ba OJMHU OJIUII HATHXKAcUa UKTUCO]T KWIMHAIH;

ukkunuyy — uimut  aveunux:  pommukynorene3 (FSHR  Ba LHCGR)
PUBOXIIAHUIIIMHYA HA30paT KWIUIIAA WIOTAPOK OSTaguraH TOPMOHAl TapTuOra
COJIMITHUHT THU3UMJIM TEHJAPUHUHT Japakajapd Ba MyTalus CIEKTPJIapH,
IIYHUHTICK, admiapaa OCENyIITIMKHUHT TATOT€HE3WJa YJIApHUHT  VpHH,
GepTWITUKHUHT  Oy3WIMIIM XaBpUHU Oalopariamnijia NPOrHOCTHK MapKep
TEHJIAPUHUHT ajuiesl TMOJUMOPGU3MUHUHT axaMUSITH acOCJIaHTaHIUIru OVinua
takmuduap PecnyOnmka WXTHUCOCTAINTHPUITAH TEMATOJIOTHS WIMHA aMaui
THOONET Mapka3zu MyBoDHKIAIITUPYBYH SKCHEPT KeHramm ToMoHuaad 2023 iiwn
15 aBryctma 7/1-con Ownan TacnukjiaHraH «benmymTiuk Ba Takpopuit aboptia
MTHFR renaununr A1298C Ba C677T momumopu3MIIapuHU JAUATHOCTHKACH
HOMJIM YCIyOWd TaBCHUSTHOMAa Ma3MyHWTa CHHTIUpWITaH. Maskyp Takiud
PecryOnmka uxTrcocaamTupuiTad TeMaTOJIOTHS HIIMHAA aMalinidi THOOMET Mapka3u
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oyinua 15.08.2023 fiungaru 7/1-con xamaa «DoktorD-IVEF» MUX naGopatopus Ba
KInHuKacu Oyinda 24.07.2023 #uwngaru 3-coH OyHpykjapu OWiIaH aMaluéTura
xopuid dTwirad (COFIMKHM CakjIall BasWpiAUTH Xy3ypuaarn WnMuii TexHHK
keHramuHuHr 2024 #iun 8 wronmarm  02/37-com  Xymnocacw).  Hoxcmumouii
camapaoopaueu: 1UTO- Ba MOJIEKYJSAP-TEHETHK TaJKUKOTIAp acocuaa Y30ek
MUUIaTUra MaHcyO aémiapia penpoayKTUB JTUCOYHKIUSHUHT MaTOreHe3u 1
XpoMocoMa Ba TEHJIAPHUHT Oakapanurad Qaonustuau Oy3ununuiapu €m, TMU
KypcaTkuuiaapu OuiiaH OOFIMKIWIH, KHYUK Typyxjap opacuaard Oemopiapra
OCNyITINK JaBOMUIUIMTUHUHT XYCYCHSTJIAPUHU, PENPOAYKTHUB MyamMmoliapia
CIHUHT VpHHU, aETHUHT COFJIMFUTAa TabCHpP KWIYBYM DHAOKPUH THU3UMU
KAaCaJUIMKJIAPHUHT YPHH, TYXyMJIOHJIap 3aXUPACHHUHT €1Ta OOFJIMK MacaiuIy Ba
TyXyM CH(ATHHHHT EMOHJIANIUINY PETNPOAYKTHB HATIKalapra TahCUP KUJIHIIN
MYMKUHJIUTH Xamjia TallIXucjall TapTUOWHU AXIIWIAll HMMKOHUHM Oepras.
HUxmucoouii camapaoopueu: CTallMoOHAp IAPOUT/IA Ma3Kyp KaCaJUTMKHU €TTU KyH
JaBOMHMJIa Wuiura Oup maprta jgaBojamira capguanagurad 15600000 cym OromxeT
Mabnarnapu deptun €mard aémiapjaa OyNyIITIMKHU OJJIMHU OJUII Ba YHUHT
HaTWKACUJA 03ara KeJIFaHJaH PyXUi y3rapuiuIapHH OJIIMHU OJIMII Ba OWJIAJIAPHU
CaKJialll OpKaJIW MalUEHTIAPHUHT CAJOMATIIMTUHH THUKIAIl Ba OJAWUHU OJUII
HATWKACHUIa UKTUCOJ KWINHA/IH;

VUUHYY UIMUN AHSUAUK: AEJUTAPAHUHT PENpPOAYKTUB (AONHUSITHUHI H3/AaH
YUKWIIM yJIApPHUHT (oJIaT UMKIM TEHJIAPUHHUHT Japa)kajapd Ba MYTalMOH
cnektpiaapu, MTHFR C677T Ba A1298C mnonumopduMIapUHUHT OUpIIaMyu
OenymTivk  fgaBpugaru  aémuapaa  aOOpTIApHUHT  PUBOXIJIAHMINIUIATH
KYpCaTKUWIAPUHUHT YpHU ucOOTIaHrannuru Oyimya takiuduap PecrmyOnnka
UXTUCOCTAITUPUITAaH  IEeMaToJIOTHsl WJIMUKA  amManuii  TUOOMET  Mapkasu
MyBoUKIaITUPYBUM dKCTEpT KeHramu Tomonuaan 2023 #un 15 aBrycrna 7/1-
coH Ounan Tacaukianran «bemymmimuk Ba Takpopuit aboptaa MTHFR renununr
A1298C Ba C677T mnomumopduMIapuHU AUATHOCTHKACH» HOMIIM YyCIIyOui
TaBCUSIHOMAa  Ma3MyHMra cuHrgupwirad. Maskyp Ttakiaug  PecmyOnmka
HUXTUCOCTAIITUPWITaH TEMaTOJIOTUs WIMUNA aMaiinii THOOMET Mapkasu Oyiinua
15.08.2023 i#mnpmaru 7/1-con xamma «DoktorD-IVF» MUX naGoparopusi Ba
knuHuKacu Oyiinua 24.07.2023 iungaru 3-coH Oyiipykiapu OwiaH amanuérura
xopuid dTmirad (COoFTMKHM CakJIall BasUpAUTH Xy3ypuaarn WnMuid TexXHHUK
keHrammmHuHr 2024 #iun 8 wurongmaru  02/37-con  xynocacu). Howcmumoutt
camapadopaueu: LWATO- Ba MOJIEKYJIApP-TEHETUK TaJKUKOTIap acocuaa Yy30ek
MUUIaTUra MaHcyO aémiapaa penpoayKTUB JTUCHYHKIMSHUHT IaTOTeHe3ua
XpOMOCOMa Ba TE€HJApHUHT OakapaauraH QgaoiuaruHu Oyswnunuiapu €m, TMU
Kypcarkuuiapu OwusiaH OOFJIMKJWTY, KUYMK TypyxJjap opacujuard Oemopriapia
OCMyITINK JAaBOMHUIUIMTUHUHT XYCYCHSTIAPUHU, PETPOAYKTHUB MyamMoJiapia
€IIHUHT YpHUW, AaElHUHT COFJIMFUra TabCUpP KWIYBUYA DJHAOKPUH THU3UMU
KaCAJUTUKJIAPHUHT VPHU, TYXYMIOHIAp 3aXUPACUHUHT €11ra OOFJIUK Macailuiim Ba
TyXyM CUGATUHUHT EMOHJIAIIMIIKA PENPOAYKTUB HaTHKajapra TabCUP KWIHIIA
MYMKUHJIUTH XaMmJa TalIXyucianl TapTUOWHM SXIIWIall WMKOHWUHH Oepras.
Hxmucoouu camapadopaueu: cTallioOHap LApOUTAAa Ma3Kyp KaCaUIMKHHU €TTH KyH
naBomua innura Oup maprta gaBosamra capduaanagurad 15600000 cym Oromker
MaOnarmapu deptun €mgard aémiapiaa OyNMyIITIMKHU OJIIMHU OJUII Ba YHUHT
HaTWKaCu/1a r03ara KeiaraiJaH pyxXyun y3rapuijlapHy OJIIMHU OJIMII Ba OWJIajapHU
CaKJialll OpKaJIM MalUEHTIAPHUHT CAJOMATJIIMTUHHM THUKIAIl Ba OJAWUHU OJUII
HaTWKACHUIa UKTUCO] KWINHA/IH;
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MYPMUHYY UIMUL SAHSUIUK: MOJIKYJISIP-TEHETUK TaJKUKOTIAp HaTWKajlapu
acocuia y30ek MuiuiaTura MaHcyO aémapaa penpoayKTuB (HaousITHHU TUKIIAII Ba
OY3WIMIIMHA OJIIMHU OJIUII yYyH OCMYIITIMKHAHT OWpJaM4¥l OJAWMHH OJHUII
TapTHOM UCOOTIaHTaHIuTH OYitnua Taknudap Pecmybnrka uXTHCOCTAITUPUITAH
reMaToJIOTUsl WIMUN aMainii THOOMET Mapka3zu MyBOMUKIAIITUPYBYH HKCIEPT
KeHramu ToMmoHumaHn 2023 #wmn 15 aBryctma 7/1-coH OwiaH TacauKJIaHTaH
«benymtnuk Ba Takpopuil aboprma MTHFR renunuar A1298C Ba C677T
MOJIMMOP(U3MIIAPUHN THATHOCTUKACH» HOMJIM YCITyOWid TaBCUSHOMa Ma3MYHHTa
cuHraupuwirad. Maskyp takiud PecnyOnvka MXTUCOCTAIITUPUITAH T€MATOJIOTHS
WIMUNA amManuii THOOMET mapkasu Oyimua 15.08.2023 #unmarm 7/1-coH xamja
«DoktorD-IVF» MUYX nabopatopust Ba knunukacu 0yitnaa 24.07.2023 itungaru 3-
COH OyHpyKIapu Omnnan amanuétura »xopuid 3Tuirad (COFIMKHY CaKJTall Ba3UPJIATH
xy3ypuaaru Wnamuii TexHuk keHramwHuHr 2024 #iun 8 wuronmarum 02/37-con
XyJjocacH). Hboiemumouti  camapadopaueu: UWATO- Ba  MOJEKYJSIP-T€HETHK
TAIKUKOTIAp acocuja Y30eKk Muuiatura MaHcyO aémnapia penpoayKTHB
TUCYHKIUSHUHT TATOT€HE3UJa XpOMOCOMa Ba TEHJApHUHT OakapaauraH
daonmuaruan Oysununuiapu €, TMU kypcarkuuiapu OunaH OOFIUKINIY, KHYUK
rypyxJiap opacuaaru 6emopriapaa OemyIITINK JTABOMUNITUTUHUHT
XYCYCHUSITJIIapUHH, PEPOAYKTUB MyaMMOJIap/ia €MHUHT YpHH, a€THUHT COFJINFUTA
TabCUpP KWIYBYM DJHAOKPUH THU3UMHU KACAJUIMKIAPHUHT VPHHU, TyXyMIOHJIap
3aXUPACUHUHT €Ira OOFJIMK Macaluiiyd Ba TyXyM CUGATUHUHT EMOHJIAIIUIIN
PENpPOYKTUB HATWXKajapra TabCUP KWIUIIM MYMKHHJIMTHA Xamja TallIXuciall
TapTUOUHM SXIIUJIAITI UMKOHUHU Oepran. Uxmucoouii camapadopaucu: CTalaoHap
IapoOUTAa Ma3Kyp KacaJUIMKHU €TTH KYH JIaBOMHJIa WujiMra Oup mMapTta JlaBoJjalira
cappnanaguran 15600000 cym Oromker mabnarnapu (eptun €mard aémiapaa
OYNyIITIMKHU OJITUHU OJIMII Ba YHWHI HATIKACHa lo3ara KelNraHJaH pyXui
y3rapuiuiapHy OJAWMHU OJIMII Ba OWJIAJapHU CakJall OpKadu MNalUueHTIAPHUHT
CaJIOMATIMTHHU TUKJIAII Ba OJIJAMHU OJIUII HATHKACUAA UKTUCO] KWJIMHAIH.

TagKUKOT HATHKAJIAPUHUHT anipodanusicu. Ma3Kyp TaIKUKOT HATHKaJIapu
4 Ta unMHil-aMannuii aHXXyMaHiap/a, ’KymiiaaaH, 2 Ta XajJKapo Ba 2 Ta peciyOynka
WIMHAN-aMaJIMM aHKyMaHJIapuaa MyxoKkamaJaH YTKa3uiIraH.

TagKuKOT HATWKAJAPUHHMHI JbJOH KWJIMHranJguru. J[luccepranus
MaB3ycu Oyinua kamu 12 Ta wiMMd Wi 4yonm dSTuirad OymuO, ImymapiaH
VY30ekucton Pecnybnukacu Onuid arrectalds KOMUCCUSICMHUHT AMCCepTaLUsiiap
aCOCH WIMHI HaTHKaJIAPWHU YOI ATHII TABCHUS STUJITaH WIMUN Hamipiapaa 6 ta
MakKoJa, )KymiazaH 5 tacu pecnyOnuka Ba 1 Tacu XOpHKuid KypHaJIapaa Harip
ATUIITaH.

JluccepTauMsIHUHT TY3WJIHIIN Ba Xa:xxMu. Jlucceprauus kupuii, oemira 600,
XyJoca, amManuii TaBcusap, (QoiimanaHran anabuériap pyixatugan wuOopar.
Juccepranus xaxxmu 120 6eTHH TaIIKWAII STraH.

JTACCEPTAIIUSIHUHT ACOCUM MASMYHH

Kupum kucvmmma Oakapwiarad TaJIKUKOTHHHI J0J3apOMiMrd Ba Tajiad
STUITAHJUTH, TAIKUKOTHUHT  Makcaa Ba  Basudamapd, TaIKUKOTHHHT
PecniyOnmkacus (aH Ba TEXHOJIOTHSUIAPU YCTYBOP HYHAIMIIIAPWTa MOCIIUTH aKC
STTUPWITAH, TAJAKUKOTHUHT WJIMHH SHTWJIWTH Ba aMalud HaTwkailapu OaéH
KWIMHTAH, OJIMHTaH HATIKAJIAPHUHT WIMHA Ba aMalldid axaMHATIapH, HII
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HATWKAJIAPUHUHT aMaJIMETTra >KOPUM KWJIMHTAHIUTH, YOI ATHJITAH UIILJIAp XaKu1aru
MabJIyMOTJIAp Ba JUCCEPTALUS CTPYKTYpacu EpUTUIITAH.

HuccepranusHuHr Anaduer mapxu 1e0 HoOMJIaHTaH OupuHYM O00uIa
OCMyIITIUK XaKuJa MabIyMOTJIap, IIYHUHTACK, aémnap OemylmITIMTHHIUHT
TapKAJUIIM TYFPUCUAATK MabIyMOTIAp KEITUPWIraH. XycycaH, TYFUJIUIITHUHT
Oy3uuim cababmapu Kypub uynkuiaau. AEIapHUHT OUpIaMuu OCIyIITIAUTHHUHT
naToreHe3uaa MyXuM poJl YiHAWAUraH acocuil OMUIIap ajJoxuaa TaBcuIaHaIu.
Aénnapna TYyFWIMIIHUHT Oy3WIMINK TalIXMCIAIl, CTaHIApT LMTOTCHETUK Ba
MOJIEKYJISIp-TEHETUK TaJIKUKOTIap Xakuaa rosuap Oepwirad. llly O6uman Oupra,
aéJUTapHUHT OCMYIITIUTUHU YpraHuiijia TeHEeTUK yCyJulap HaTHKaJIapUHUHT OUp-
OMpUHU TYIAUPHUIIN TabKUJIAaHTaH. ATaOuéTinapaa KeITUPUIraH MabIyMOTIapHU
TaxJIMJI KWIMII acocua aémiapaa OSMyIITIMKHUHT 1013apOJIur KAl 3TUIrad Ba
ymly TaAKUKOTHM VTKa3uIIHU Oenruiad OepyBuuM Kypub dYMKWIAéTraH
MYaMMOHHMHT WIMHH-HAa3apuil KU3UKHUIIM Ba aMalMi axamMHusTH Y4YyH acoclap
OepuuIras.

HuccepranussuuHr MaTepuajuiap Ba TaIAKUKOT ycyJuIapu 1e0 HOMJIaHTaH
MKKUHYU 000Ka 00BbEKTIAp Ba TAAKUKOT yCYyJIIapu EPUTHIITAH.

PenponyktuB muchyukuusicu O6ynran 109 wadap Gemop (acocuil rypyx),
mryHuHrAeK, 105 HucOatan corsioM aémiap (Ha3opar Iypyxu) JlaH uoopaT TaIKUKOT
HaMyHACUHUHT XyCYCHSTIIapU OepUiIraH.

Acocuil TypyX ydyH XaM, Ha3opaT T'ypyXd Y4YyH XaMm yumly TaJKUKOTra
aéJUlapHU KUPUTHUII Ba KHPUTMACIIHK Me30HIapu 0aTadcui TaBcudIaHraH.

Acocuil TypyXHUHT OeMopiiapy KAYUK TypyxJjapra OyiauHrad: mrynapaas 40
Hadap aén Oenymiuru, 38 Hadapu kyumMa OenymTiuk (a€n Ba H3pKak
OMWUIAPUHUHT KoMOMHaiusicu) Ba 31 Hadapu Oupinamuu OenymTiIHK Ty(anan
TymuO KosraH aémiap. XOMWIAIOpAuK 5-6 XadTamaH ONAMH TyraTWiraHnaa,
XOMUJIAJIOPIUK OupiiaMur OCMyITIMKHUHT OMIJIA XUCOOJaHAIH.

TaakukoT Makcajyapura MyBO(QUK, KIMHUK-IA00paTOpHsi, TUTOTCHETUK Ba
MOJIEKYJIIp TEHETHK TaJAKUKOT yCyJIapu Ba KOH NapameTpiapUHHU YPraHuil y4yH
dolinananuIagurad METOA0JOTHS TaBcU(IaHAIH.

TaakuKoTra KUPUTHITAaH MabJIyMOTJIAPHUHT TAOMATHHU XHUCOOTa OJITaH X0JiIa
CTaTUCTHUK TECTJIap Ba KYypCcaTKAYIAPHU TaHJIAIll y4yH MAaHTUKHUI acOCHU Oepaju Ba
bapKIapHUAT axXaMUSATIWIAK KYPCAaTKUYWHUHT aXaMUSTIWINK —JapakaCHHH
kypcaramu (2, p<0,05 Ba umony opanuru 95% CI).

JuccepTanusiHUHr «Aé/uiapaa OenymITiMK NAaTOreHe3waa KJIMHMK Ba
JadopaTopusi KYpcaTKHWIApUHU Kuécuii 6axonam» yduHYd 000uIa TYFUIIHII
OY3WIMIIMHUHT KJIWHUK Ba TUArHOCTHUK MapaMETPIApUHUA YpPTaHWII HATHKaJapH
KEJITUPUIITaH.

buznunr nnmuit nmmvmsaa €m, TMU kypcatkuanapu OminaH OOFIHKINKHA
AHUKJIAHIM Ba KUYUK TypyxJiap opacuaard Oemopiapaa  OemyITiivK
JABOMUMIMTUHUHT XYCYCUSTIApUHUA TacBUpad Oepau.

AénmnapHUHT €M TaxXJIWIM LIYHW KYpCaTAWKH, PENPOAYKTUB MyaMMOoJiapaa
€1 MyXUM pOJI YHHAUIU.

TyxymaoHnap 3aXupacHHUHT KaMalHIIN Ba TYXyM CH(ATUHUHT EMOHIIAIIUAIITN
aéHUHT 1M OWIaH TYFUJIMIITHUHT Nacaiumura épaam oepasu.

Acocuit typyxaaru 22-30 €m Toudacu TYFWIMII KOOWIMATH Oy3WiraH
aéJuTapHUHT eHT KaTTa (ousura sra (56%), Oy 3pTa TalIXUC KYWHII Ba JaBOJIAI
MYXUMJIUTUHU TabKUAJIANIH.
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By epna aénHuHr cofiMFUra TabCUp KWIYBYM EHIIOKPHUH KacaJUIMKIIapra
9pTHOO0p Oepuinr Myxumaup. 31-38 émmaru TyFUIMIN Oy3WJIMIIMHUHT HUcOATaH
nact ¢omsura (38,5%) kapamail, TyXyMIOHJAp 3axXUPACHHHUHT &mra OOFINK
nmacauimy Ba TyxXyM CHGATHHUHT EMOHJIAIIUINKM PENpOIyKTUB HaTWKajgapra
TabCUP KWIHIIA MyMKHH OYJIraH MyXUM OMUJUTIAPIUD.

bupnamun Genymmiauk 5 émrada OYiraH TYFWIMIL KOOWIUATH Oy3uiraH
aénmmapaa Kympok ydpaiau, Oy yTean ¢a3a eTUIIMOBYHIIMTH Ba dPTa TYXyMJIOH
ETUIIMOBYMIINTH KaOW SHAOKPUH KacaJTUKIIap OuiaH OOFIIUK.

Mabaymorimap Ttaxiauiau aémwiapga TMM Ba penpoaykTuB MyamMoJiap
ypTacunaru ce3usapiivu OOFIUKIMKHUA KypcaTaau.

Acocuii rTypyxmaru aémiap Ha3opaT Typyxura HUcCOAaTaH HoOpMaa TaHa
Ba3HUHUHT macT (Qomsura sra (moc pasBumma 76,1% Ba 87,6%), 6y TMU
OPTUILLUHUHT PENPOAYKTUB MyaMMOJIapra TAbCUPUHU KypCcaTaH.

OpTukya TaHa Ba3HU TOPMOHAJ MYBO3aHAT, OBYJSALMS, TyXyM cudaru Ba
SHAOMETpUYMTIa calOuil Tabcup Kujaau, Oy eca Y3 HaBOaTuJa PENpPOaYKTUB
(GyHKTCHUAHH Oy3a1u.

Cemupu0 KeTHIN aHOBYJSALUMS XaBQUHM OLIMPHIL, TyXyM CH(pATUHU
NAacCaUTHPUIL Ba SHAOMETPUYM TY3WIMIIUHU Y3rapTUPUII OpPKaIW TYFUIIUIIHU
Ce3wsiapiii Japaxkajza KamaTupanud, Oy dca HSMOPUOH UMILIAHTAIUSCUHU
KUHWHAHJIAIITUPAIH.

AEnmapHUHT penponyKTUB (PYHKUMSACUHHM YpraHull Xal3 KYpPUIIHUHT
OOIIJIaHUIIN, Xal3 JaBPUHHUHT JABOMUMIIUTH, Xal3 KYPHUII JTaBOMHUNIUTH, Xai3
KYpHIll TabuaTu Ba Xail3 JaBPUHUHT Oy3WJIUIIM IIAKJIMHUA Oaxojaml OujiaH Xai3
Kypuil QyHKIUSICH TapUXWHU Y3 waura ojany (1-kaaBaira KapaHr).

1-xwanBaj
@epTH/UIMK Ba HA30paT rypPyXu Oy3WwiIraH aéuiapaa xai3 Kypuiu
(GyHKIUACMHUHT KUECHH XYCYCUAT/IAPH

_ Acocuii rypyx (n=109) Hazopar
Iapamerp Aén KomOunammon XoMuiia rypyxu
OenmymTiuru | OemylmTiIuK TYIIUIIH (n=105)
(n=40) (n=38) (n=31)
MeHapXHUHT émm 13,36+0,32 13,07+0,21 13,15+0,29 13,27+0,16
XA WHITHI AABOMMHININ | 3¢ 531 45 | 31164173 | 2625+128 | 27214127
(21-35 kyn)
3HU 1aBOMUMINTH(KYH) 4,1+0,48 4,84+0,21 4,84+0,21 4,1+0,87
n % n % n % n %
Punepmencrpyan 10 |92% | 6 | 55% | 4 | 37% | - | -
CHH/IPOMH
rUrnepMeHopes 7 6.4% 2 1.8% 1 0.9% - -
MEHOpparuu 3 2.8% 4 3.7% 3 2.8% -
I'unomencrpyancunapomu: | 24 | 22% | 14 | 129% | 18 | 16.5% | 9 | 8.6%
OIICOMEHOpest 6 5.5% 5 4.6% 5 4.6% - -
OJIUTOMEHOpes 7 6.4% 4 3.7% 13 | 119% | 9 | 8.6%
10.1 0
ameHopest 11 % 5 4.6% - - -
29.3 0 0 19.04
JAucmeHopes 32 % 10 9.2% 11 | 10.1% | 20 %
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IMC 16 | 7| o | 820 | 18 | 165% | 28 | 266
% %

benymmiuk Ba XoMwiIagopiauk Oyiamaran —aémiapAa  penpoayKTHB
GYHKIUSHUHT IAKJIM  Ba Typd Oyiuda ymly Oy3uwiaunuiap 2-ajasajiia
KEJITHPHUIITaH.

MabaymMoTiiap TaxJWJId IIyHH KYpCaTaJAWK{, TypJAd XWI TYFUJIHII
Oy3wuiIapu Oyiran aéimiap penpoayKTUB TUCPYHKIUSHUHT TYPiH MIaKJIapy Ba
TypJapu Jlapakacujaa ce3wnapiaun GpapKkiapHu OOIIaH KeUUPHUIIA]IH.

bupnamun OenymTnuk OujaH ofpuraH aémiapaa dSHT KYN ydpaljauraH
KacaJTUKJIAp aMeHOpess Ba THUNEPTrOHAJAOTPONHK THIIOTOHATU3MAND, XOMUIIAIO0P
OynmMmaran aémiapaa 3ca gytean (a3a eTUIIMOBYWINTH Ba aHOBYJISAIUS SHT KYII
yUpauIu.

Ymby wmabiymoTiiap O€NymITIMK Ba AOOPTHUHT TYypiu IIAKIIAPUHU
TaITXKCIIAIT Ba JaBOJIAIIAA HHANBUAYaA EHIANTYB 3apypPIUTHHH TabKUIJIANHIH.

2-maaBaJj
TypJyu maToJOruK MapPOUTIAPAA TYFHIHITHUHT OY3UJIMIIH Japaskacu

Acocuii rypyx(n=109)

KomOunanuon Xowma
ITapametp Aén 6enymrtiuru(n=40) - TJII/IKL(In=38) TYIIHIIN
yHI (n=31)
n % n % n %
JIrotenH ¢pazaHuHr 10 9.2% 8 7.3% 22 20.2%
eTHIIMACJIUTH
AMeHopest 13 11.9% 5 4.6% - -
AHOBYJISIIIUS 24 22% 8 7.3% 18 16.5%
I'mnepronaxorpon 15 13.8% 4 3.7% 2 1.8%
THIOTOHAN3M
I'mnoronagorponn 17 15.6% 6 5.5% 10 9.2%
THIIOTOHAN3M

XOoMUIaIOpIUK XaBUHU Oaxojalijia MyXuM posi YHHAWIUTraH ITUarHOCTHK
Oenrunapaan 0an3wiapu ToMOCUCTerH Ba B Butamunmnapu (donar, Buramun Be Ba
BUTaMUH B1o) napaxacunup. Tyrunui koounuatu Oy3uirad aémiapaa Ba Ha30paT
rypyxuaa (onat eTUIIMOBYMINTH HaTHXKaJapy 3-)KaBajiia KeNTHPUIITaH.

3-saaBaj
Tyruium KoOWIUATH Oy3WiIrad aéuiapaa Ba Ha3opart rypyxuaa ¢oJiar
eTHIIMOBYMJIUTY HATHIKAJIAPU

Acocuii rypyx(n=109)

Hazopar

Aén KomOwunary Xomuia rypyxu

ITapamerp Oemymr-ru | OEmyImTINK TYIIUIIH Kamu (n=105)
(n=40) (n=38) (n=31)

n % n % n % n % n %

F““ephizfoum' 11 [10.1% | 8 | 7.3% | 24 | 22% | 43 [39.4% | 4 | 3.8%

Ponar 15 | 13.8% | 12 | 11% | 27 | 24.8% | 54 |496% | 8 | 7.6%

ETUIIIMOBYMIIATH
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Bur B6
E€TUIIMOBYHIIUTH
Bur B12
E€TUIIMOBYHIIUTH

Acocuii TypyxJa Ba alHMKCa, XOMUJAJOPJIMK OYIMaraH KWYUK TypyXna
TUIEPrOMOCUCTEMHEMUSIHUHT  CE3WJIapiid  Jlapakaja  OKOpH  Japa)kacu
XOMOCHUCTEMHHUHT TYFWINAII Oy3WIWMIIMAA, OIy >KyMJIaJaH OKCHJIOBYM CTPECC
napaxacuau ompuii Ba JIHK Metunarcuscunu 6y3uiil opKaiu TyXyM CU(aTHHUHT
MYXHM POJIMHU KypcaTaaH.

Hazopar rypyxura HucOatan acocuil rypyxaaru (osiaT eTHIIMOBYWINTH
(osTaTHUHT HOpMaJI PENPOTYKTUB (PYHKIINS YUYH aXaMUATHHU TACIUKIANIN, YYHKH
¢onuit kucnoracu JJHK cunTe3nm Ba Mertmnauuscu ydyH 3apypaup, Oy HopMmanl
XyXaipa OYIMHMILIN Ba XOMUJIA PUBOKIIAHUILN YUYH KYyJa MyXUMIMP.

Hazopar rypyxura Hucbatan acocuil rypyxaa B6 BuTaMuHu €TUILIMOBUYMIIUTH
XaM TOMOLMCTEMH METa0OJIM3MUHUHT Oy3WJIMIIM Ba a0OpT KWIMII XaB(OUHHHT
omvmy OunaH OOFMMK. Be BUTaMUHM aMUHOKHMCIOTajJap aJMalllMHyBU Ba
HEUPOTPAHCMUTTEP CUHTE3U YUYH MYyXUMJIUP.

Ha3zopart rypyxura HucOaran acocuil rypyxaa Bi, BUTAMUHM €THILIMOBYMIUTH
YHUHT TYFUIMIIHUHT Oy3UJIuIInAa MyXUMIMTUHU KypcaTaau. B, Buramunn JJHK
CHUHTE3M Ba XOMOCHCTEHMHHHHI HOpPMall METa0oJIM3MU Y4YyH 3apypaup. Bi
BUTAMHHHM ETUIIMOBUMJIMIM XaM aHemusira oJu0 KelWlld MyMKHH, Oy eca
PENpPOAYKTUB CaJOMAaTIMKKa CalOuil TabCUp KYpCaTUIIN MyMKHUH.

JuccepTanusiHUHT «AéJu1apaa OupiaamMyd 0enyIITIMKHUHT IHAKJIIAHUII
MEXaHM3MHJA XPOMOCOMAa Y3rapHMULIAPMHMHI VPHUHH TaXJIWJI KWJIMID)
TYPTUHYM 000U LIUTOTEHETHK TaAKUKOT HaTHXKaJlapy KEJITUPUITaH.

TankuKOTUMH3 IIyHW KYpCaTAMKH, a€iap KapUOTHIUIAPUIA CHTOI€HETHK
TonuiamManap (Uly >KymyiaJaH XpOMOCOMa Y3YHJIMIM MOJIMMOP(PHU3MHU) 4YaCTOTACH
27,5% wu tamkwn >tau, myHgad 11,9% y3rapunuiap xpomocoma abeppanusicu
0ynuo, Oy a€nnapaa penpoAyKTUB TUCHYHKIUAHN KEATUPUO YUKApUILIK Ba adopTra
TabCUP KWIMIIA MYMKHH. XOMHWJA TYWHUII KUHYUK TypyXJa XpoMOcCOMa
aHOMATHSITIAPUHUHT I0KOpH TapKanuim (4,6%) xam ky3atwian (1-pacm 4-xaasaira
KapaHr).

12 | 11% | 10 | 9.2% | 22 | 20.2% | 44 |40.4% | 8 7.6%

11 1101% | 9 | 83% |19 | 17.4% | 39 |358% | 7 6.7%
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Tyrunui KoOUIuATH Oy3UiITran
aCJUTapHUHT acOCU TYpyXH

Hasopar rypyxu

3.8%

\

15.6%

11.9% ‘

96.2%

= Hopman kapuoTuI

= XpoMocoMa aHOMaJHsIIapH = Onauii KapuoTUn

Xpomocoma oIMMOpPU3MU = XpoMocoma oIUMOpPU3MH

1-pacm. 2019-2022 iiniapaaru CHTOTeHeTHK TONMJIMAJIAp

Oepruuru Oy3wiran aémiapaa TépHep CHHAPOMUHHUHT KJIACCUK Ba MO3aHMK
makapu (45, XO Ba 45, X/47, XXX) 3/109 (2,8%), X XxpoOMOCOMaCUHUHT MO3aHUK
makiu (46, XX/45, X) - 2/109 (1,8%) xonatmap Ba 1/109 (0,91%) 6emopnapnaa yu
MapTa X curapomu €ku tpucomus X (47,XXX) 6yiran.

buzHuHr  TagKMkKOoTMMHM34a X XPOMOCOMAaCHMHHHI  CTPYKTypaBUU
aHOMAaJUsJIapu TYFUIUII KoOwnusth Oy3unraH acmiapHuar 7/109 (6,4%) na
aQHUKJTaHIH.

CrpykTypaBuil XpoMOCOMa AaHOMAJIMSUIAPH Opacujla HHBEPCUS KYIPOK
yupaiiau - 3,7%.

4-xanBaj
Acocuii rypyx Ba Ha3opaT rypyxmaarua CUTOr¢cHeTuK TolmujimMajaap
Xpomocom AcocHii rypyxu Hasopar
abeppauusiiapu Aén GenymTimru Kombunamon Xomuna rypyxu
OEMyIITINK TYIIUATITT
X OM(?I;:;;I;I; HHUHT 43,X/47,XXX 45, XO
P P 46, XX/45X | 46,XX/47,XXX ’ .
pakamiu 45,X/47, XXX
(2 ciyudas)
aHOMAJTUSIIIApH
ABTOCOManap .
opacuaard y3apo 46, XX, t (10; 12) 46, X%’ t(6; -
TpaHCIOKAIUsIIAP
PoGeptcon 45, XX, der (13;
TPAHCJIOKAIUACH 14) i
Vinsepousnap 46XX,inv(17) 4_6, XX, i
46, XX, inv(7) inv(7)
9-XxpoMOCOMaHHUHT 46. XX. inv
MIEPUCEHTPUK ’ (9)’ -
WHBEPCUSICH
-46, XX, 21 pstr+ | -46, XX,9ph | -46, XX, 21
nﬁﬁiqhé;g)pﬁifm (2 ctyqast) -46 XX, 21 pstr+ i ét(g’;(;fl’ai)ph
- 46, XX, 9 ph ps+ (2cnyuas) (2cyygast)
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- 46,XX,13pstr+ -46 XX, 21 -
(3cimyuas) ps+ (2 46,XX,13pstk+
citydJast) (2cmyyqasn)
- 46, XX, 21
S+
(2 ciiyuas)
- 46,
XX,21pstk+
(2cnyyqast)

XpomocoMa moauMopPu3MIApUHUHT Yactotacu 19,4% HM TalIKuiI STAM, Ty
KyMJIaJlaH Ha3opaT Typyxd, Oy XpomMocoMmMa MOIMMOP(PU3MU HOpPMall BapHUaHT
OynMIIM MYMKHHJIMTHHHM KypcaTaau, JeKuH Kynm Xxomnapaa y 7,3% Xomnmapaa
XOMMJIA Ty KHYMK TYpyXJa TONUJITaH.

6,4%

5 wmiraga 6-10 iiun 11-15 #iun

2a-pacm. @epTHiuinK Oy3uaniu 0yarad 6emMopJiapaa OenymITIMK JaBOMUAJIMIUTA Kapad
XpoMocoMa afepanMACMHUHT TAPKAJIHIIH

busnunr ummmuzna 2a Ba 26-pacMiapaa OCMyIITIUKHUHT JTaBOMUMITUTHUTA
Kapad xpoMocoma a0eppacHsIIMHUHT Tapkanumu kKypcarwirad. 40-49 &émparu
aémmap 20-29 émnaru aémnapra Kaparasjaa yMyMuid OSTyITINK XaB(hy IOKOPH d]IH.
benymTiukHUHT gaBoMUIIATHTa Kapad, XpoMocoma abeppaluscu Ky XoJuiap/aa
6-10 tiun 6emymTiuk Toudacuma 12,8% na yupaiiam.
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5,9% 55% 5,5%

4,6%
3,7%
1,8%
0,9%
1o 5 ner 6-10 net 11-15 ner
Pakammu XA CrpykrypaBuii XA Xpomocom noaumMophuzMu

20-pacMm. @epTHILTUK OY3MIUIIM OYJIran 6eMopJiapaa 0enyITIMK JaBOMHILIUIHIa Kapao
XpoMocoMa adepanusiCHHUHT TaAPKAJIUIIN

TagkuKOT HaTUX)ajnapu, FTEHETHKAa COXacUIaru CYHITH IOTyKJapra Kapamaw,
GepTruiK KOOWIMATH Oy3wiraH aéuiapHu Oaxosalaa CTaHIapT LUTOTEHETHK
XpOMOCOMa  TEKIIMPYBHHMHI  MYXUMJIMTMHHM  TacOuKJIaau.  Xpomocoma
a0eppalMsCUHUHT  IIAK/UVIADUHU  TYIIYHHMII  €pAaMud  PEenpOAYKIUSHU
peXanalTUpHILIa Kapop KaOys KUiuiiia karra Epaam oepaiu.

Hucceprauusauar «benymr aéniapaa Hom3ox rensap Ba ¢ojar HUKIU
reHJIAPUHUHT TAPKAJMIIMHUHT MOJIEKYJISIP TeHETHK YPraHUIId HATHKAJIAPID)
ned6 HomJaHraH OemnHYM O000uAa HOM30J TEHJApPHUHT NoauMopdumMiIapu
(LHCGR renn Ala593Pro momumopdusmu Ba FSHR remm  A2039G
nouMop(r3MHi) HaTHXKaJlapu KeJaTupwirad Ba ¢osart cukiu rewnapu (MTHFR
reau A1298C Ba C677T nomumopduszmnapu, MTRR rean A1298C nonumopduzmu
Ba MTR renu A66G nonmuMopdu3mu Ba ynapHUHT y30ek aéniapuaa pernpoIyKTHB
nucyHKIUSIAaru poJiIMHU O6axoJarnl.

FSHRrennga A239G TreHETMK JIOKYCYHUHT ajljiedl Ba TE€HOTHUIIMK
BapUaHTJIApUHUA (PEPTUIUIMK KOOUIUATH Oy3WiIraH 0eMOpPJIApHUHT acOCHU TYpyXH
(koMOMHAITMOH Ba aén OYMyIITIWIH Ba XOMWIA TYIIWIIN) YpTacuaa TaKkCUMIIAII
YaCTOTACUHU TaXJIWJI KWJIHII, IIYHUHTJIEK Ha30paT KWJIUII 5 Ba 6,7-kaaBauiapaa
KeNTUpWIraH. beMopiap Ba Ha30paTIapHUHT YpraHWIraH HaMyHaJlapuja yioy
MOJIMMOP(GU3MHUHT TEHOTUIIMK TY3WIHINHN Xapai-BainOGepr wMyBo3aHaTuTra
oyicynau (p>0,05).

Bbu3HuHT HaTHXKalapuMu3 aénapaa pernpoayKTUB AUCOYHKIUSHUHT TARI0
oymummaa FSHR renununr A2039G nonumMop@u3MUHUHT —canOuil — amen
BAPUAHTUHUHT MyXxuM posinHM Tacaukianan. FSHR renmanar A2039G nokycu
TeHOTUIUIAPUHUHT TapKaIUIIUAaru ¢apkiap CTaTHUCTUK KUXATIaH aXaMUSIIHU3
Oynuinura Kapamau, TYFUJIUIT KOOWIMSATH macaiirad aémiapaa FSHR reHunuHr
2039G annen BapuaHTUHUHT YCTYHIIUTUTA CE3UJIAPIIM TEHACHIMS Ky3aTHIIU (X2 =
4,6; p=0,05; OR=1,8). Xucobnanran kodpdurmentiap koehPuIueHTH HOKYyIal
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TEHOTUIIMK BapHaHTHU TallyBuWiIapaa aémiapaa OemyIlTIMK pPUBOKIAHUII
XaB(UHU KYpCATAH.

(v}

5-xanBan
FSHR reanaa A239G noauMop(pU3MHHHHT aJJIeJIJIAPH BA TeHOTUILIAPUHUHT
TAPKAJMII YACTOTACH ACOCHI Ba HA30paT IYPyXJIapy HAMyHacH OMJIaH

Ypramwiras.
AJutes1 yacToracu I'enorun yacroracu
N Typyx A G A/A A/G G/G
n % | n % n| % | n % n| %
|| ACOCHAIYPYXH |50l 569 94| 431 |33 303 58| 532 |18] 165
(n = 109)
KombOunammon
1.1 OCIyIITIINK 47 | 61,8 |29 | 38,2 (13| 342 (21| 553 | 4 | 105
(n = 38)
1| ASTOSIYIITINIE | 4p | 555 38| 475 [11]27.5 |20 50 |9 | 225
(n=40)
L3 | FOMETNIN | 35 | s6s 27| 435 | 9 290 [17] 548 |5 | 161
5 Ha3(olfflroy5f;yx“ 139 | 662 | 71| 338 |49 467 |41| 390 [15| 143
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6-xanBas
BemopaapHuHr acocuii Ba Hazopat rypyxjaapuaa FSHR rennparu A239G
NOJIUMOP(GU3MHHMHI AJIJIeJI Ba TEHOTUIIUK BAPUAHTIAPH YACTOTACHIATH

dapriaap.
AJJ1eJ1 BAa TeHOTHII COHH
Anzen Acocuii Hazopar
Ba N ot 132 | p | RR| 95%CI |OR| 95%CI
TeHOTHII YPYX YpYX
n % n %
A 124 | 56,9 | 139 66,2 [39]1005(09]| 06-1,23 | 0,7 0,46 -1,0
G 94 | 43,1 71 338 [39]005|1,2| 0,77-1,75| 1,5 1,0-2,19

A/A 33 1303 | 49 46,7 16,1 10,0306 | 0,36-1,17]0,5| 0,28 -0,87
A/G 58 [532 | 41 390 14300514 0,81-2,28| 1,8 ] 1,03-3,05
G/G 18 | 16,5 15 143 (021 0,7 |1,2]0,59-227]1,2 | 0,5-25

7-xanBaJ

bemopJsapHuHr aén 6enmymTiury Ba Hazopar rypyxJjaapuaa FSHR renunaru
A239G noanmMoppU3MHHUHT a/1e]1 Ba TeHOTUIIMK BapUaHTJIapH
yacroracuaaru papkiaap

AJLJ1eJ1 Ba TeHOTHII COHH
Amten Aén Hasopar
Ba OenyTIuru p ¥2| p |RR| 95%CI |OR| 95%CI
TeHOTHII r rypyxu
YPYyXH
n % n %
A 42 52,5 | 139 66,2 4,6 0,05 |08 | 0,38-1,63 | 0,6 0,34-0,95
G 38 47,5 71 338 [4,6]005]13] 092-1,72| 1,8 1,05-2,98
A/A 11 27,5 49 46,7 |4,410,05] 0,6 | 0,18-1,95| 0.4 0,2-0,95
A/G 20 50,0 41 390 (141 03 | 13| 0,46-3,58 | 1,6 0,75-3.24
G/G 9 22,5 15 143 | 14| 03 | 1,6 0,49-5,1 | 1,7 0,7-4,35

Typnau xun kenud YUKHIIUHUHT PEMPOIYKTUB AUCHYHKIUICH, OEMOPHUHT
ATHUK KeTUO YMKUIIUAAH KaThU Ha3ap, QOJUTUKYIUIAPHU OTOXJIAHTHPYBYU TOPMOH
peuentopiapu reHu FSHRuuHr Typiu nomumopduk Oenrunapu OusinaH OOFIIUK.
byHnan tamkapy, TYFWIIMIIHUHT MAacaluy OujiaH OOFJIWK ayuied MOJTMMOp(U3M
BapHAHTIApU TYpJW TOMYJANUSIAP Ba 3THUK Typyxjapiaa dapk Kwiaaw. Yoy
TeHHUHT 0ab3U OMp HOKYJIal ajies BapruaHTiapu (HpakaT KUHCUN TU3UMHU TapTHOTra
COJIyBUM OOINIKA TeHJIap OWiIaH Ouprajivkiaa Xucca KyIaau, )KUHCUM Oe3yapjaru
CTEpOMIOTEHE3 Ba raMeTOreHe3 jkapaCHIapura TabCUp KUIaIu.

bu3 annknaran FSHR reaununar A2039G noaumop)u3MUHUHT PENPOTYyKTUB
muchyHKIMITa KYIIraH Xuccach OupiiaMyd OCMyIITIMKHUHT PUBOKIAHUIITUHU
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Oamopar KWIMII YUYH KyJa MyXUM Ba MaBXKyJl T€HETUK MapKepjap apCeHaIuHU
TYJIAUPAIHN.

LHCGRrenunnaru Ala593Pro moimMopu3MHU TeHETHK JIOKYCYHHHT aJlIeT Ba
T€HOTUIIMK BapUaHTIaApUHU (GEePTUIUIMK KOOUIUATH Oy3WiraH aéjUIapHUHT acoCUi
rypyxu (KOMOMHAIIMOH Ba aénl OyNyIITIMIM Ba XOMWIAa TYIIMIIM) YpTacuaa
TaKCUMJIAII YaCTOTacH Tax i 8 Ba 9-kajBaiiapa KeITUPUITaH.

bemopnap Ba HazopaTiIapHUHT  YpraHuiraH HaMmyHajlapuja yuoy
NOJIMMOPGU3MHUHT TEHOTUIIUK Ty3WIMIId Xapai-BaitHOepr MyBo3anarura
oyicynau (p>0,05).

8-:kaaBaj
®epruiink Oy3wirad aéminapaa LHCGR renuna AlaS93Pro
NoJAMMOP(GU3MUHUHT AJJIe/UIAPU BA TeHOTUILVIAPUHUHT TAPKAJIMII YaCTOTACH

Annen yacToracu I'enoTun yactoracu
N Typyx G ¢ SIS o/ 7

n % | n| % n % n % n| %

| Acocuii Typyx# 209 959 |9 41| 100 [ 91,719 | 83 |0 0
(n=109)

KomMOunanuon

1.1 OCITyIITINK 74 1974 2] 26 36 9471253 |0 0
(n=38)

12 Aen 6€ij1HTJII/IFI/I 75 1938 |5 62 35 90,1 | 5] 99 | 0| O
(n =40)

13 XOMIEIIJlIa:TSyII)IHIHH 60 | 96,8 | 2| 3,2 29 935|121 65 | 0 0

9-:xaaBaJ
BemopaapauHr acocuii Ba Hazopart rypyxjgapuiaa LHCGR reanaaru
Ala593Pro noiumMop(pU3MHHUHT ajlJieJ1 BA TeHOTUNIMK BapUAHTJIAPH
yacroracuaaru gapkJaap.

AJ1en Ba rFeHOTHIT COHU
Acocuit KombuHan Aen Xomuna
Auen Ba TYpyXH OemymTiuk | OSMyWTINTH |  TYIIUIIN
TCHOTHII (n=109) (n=38) (n=40) (n=31)

2| p |OR| 95%Cl

n | % | n| % | n | % |[n |%

G 209 | 959 | 74 | 974 | 135 1951 | 60 | 968 [02]0,80 080,16 -3,66

C 9 41 | 2 | 26 7 14912 ] 32 [02]080]13]0,27-6,12

GIG 100 | 91,7 | 36 | 947 | 64 | 901 | 29 | 935 |02]080|08]016-3,73

GIC 9 83 | 2 | 53 /71992 ] 65 (02/080)13]027-635
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Bu3HUHT HaTHXKanmapuMH3 PEenpoayKTHB AUCYYHKUMUSIHUHT Haio Oynuimmaa
LHCGR reaunnaru Ala593Pro nomumopgusMuHuHT canduii amien C BapuaHTUHUHT
MyXUM POJIMHU TacAUKIaiau. Xucobmanran kodddunuentiap Hucbartu (Xx2=0,2;
p=0,80; OR=1,3; 95%CI. 0,27 - 6,35) rerepo3uror reHorunuk G/C BapuaHTH
TanryBumiIapAa aén OemyIITIUTMHUHT MyMKHUH Oynran xaBduHu Kypcatau. by
mabaymoTiap LHCGR renunwar AlaS593Pro mommmopd V4Uofrum penpoayKTuB
IUCQYHKIMSIHA MIAKUIAHTUPUIIAA MyXHM poJ YiHaiau Ba y30eKk MULIaTHra
MaHCY0 aémiapaa OupiaMyu OENyIITIUK PUBOXKIAHUIIN Yy4yH XaB( OMUIH
XMCcOo0JIaHaau, IETaH XyJlocara KeJuil UIMKOHUHU Oep/u.

MTHFRreanga C677T TeHETMK JIOKYCYHUHI ajjleldl Ba TE€HOTHUIIMK
BapUAHTIAPUHU (DEPTUIMK KOOMIMATH Oy3wiiraH O€MOpPJApHUHI acoCUM TypyXH
(xoMOMHaMOH Ba aén OyNMyIITIMIM Ba XOMWIAa TYUIMIIN) YpTacujla TaKCHUMIIAII
YaCTOTAaCUHM TaXJIWJ KWIUII, IIyHUHTIeK Hazopat kuiauim 10 Ba 11-xanBamnapaa
KeNTUpUITaH. bemopmap Ba Ha3opaTIapHMHT YpraHWIraH HaMyHalapuaa yuioy
NOJMMOP(U3MHUHT TEHOTUIIMK Ty3WIMIIM Xapai-BaiinOepr MyBo3aHaTura
oyiicynnu (p>0,05).

10-:xaaBas
MTHEFR reanga C677T noiumop(pu3MHUHUHT aJLIeJJIapU Ba
reHOTUIJIADUHUHT ACOCHIi Ba HA30paT rypyxJapaa HaMyHacu OuJjiaH

()

YPraowiranJjapaa TapkKajavuil 4acroTacu.

Ne AJLJ1eJ1 4acTOTACH T'eHoTHn yacroracu
I'ypyx C T C/IC CIT TIT
n % n % n % n % n | %

1 | Acocwii rypyxu
(n=109)

1.1 | KomOuHanunon
OemyITINK 56 73.7 20 26.3 |20 | 526 |16 |421 |2 |53
(n=138)

1.2 | Aen Gemymtiauru
(n=40)

1.3 | XoMuna Tymmnm
(n=31)

2 | Hazopat rypyxu
(n=105)

156 | 71.6 62 284 |55 | 505 |46 |422 |8 |73

69 86.3 11 13.7 {30 |75.0 |9 225 |1 |25

31 50.0 31 50.0 |5 161 |21 (678 |5 |16.1

169 | 80.5 41 195 |68 | 64.8 |33 |314 |4 |38

MTHFRreauauar C677T nmonmuMopdu3MUHN YPraHUII IMIYHU KYpCATIUKH,
xomunaaopiauk Oynimaca, C ammenu 50% xommapaa — JgaH OUpo3 KaMpoOK
aHUKJIaHTaH, YHUHT Ha3opaT rypyxugaru ycrynnura gonuma y 80,5% xomiapaa
anukyanran (x2=22.8; p=0.01; RR=0.6;95%CI.0,27-1,41; OR=0.2;95%CI:0,14-
0,43). Amten T 50% Xxosumapia — 1aH Te€3-Te3 aHUKJIaHTaH, Oy Ha30paT TypyxXujiaru
mapTJIk COFJIOM ojiamiiap opacuia 19,5% ra Hucbaran ce3unapiu gapaxana KOpU
oymran (x2=22.8; p=0.01; RR=1.6;95%CI:1.07-2.43; OR=4.1;95%CI:2.31-7.37)
12-xanBai.
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11-kanBan
Acocuii Ba Hazopart rypyxuaaru 6emopJaap rypyxjaapuaa MTHFR reanaunr
C677T notumMop(PpU3MMHMHT aJlIe]1 BA TeHOTHUIIMK BApHAHTJIAPH
yacroracuaaru papkiaap

AJ171eJ1 Ba TEHOTHII COHH
Aqren Acocwii Hazopar @)
Ba 12 p RR | 9506C R 95%ClI
TeHOTHII LYypyXH LYypyXH I
n % n %
0,61 - 0,38 -
C 156 | 71,6 169 80,5 47 | 0,03 | 0,9 1,3 0,6 0,95
0,68 - 1,05 -
T 62 28,4 41 19,5 47 | 0,03 | 11 1,87 | 1,6 2,45
0,47 - 0,37 -
cl/C 55 50,5 68 64,8 45 | 0,04 | 0,8 1,3 0,6 0,96
0,81 - 0,91 -
CIT 46 42,2 33 31,4 27 1010 | 1,3 223 | 1,6 2,8
0,84 - 0,61 -
TI/T 8 7,3 4 3,8 1,3 10,26 | 19 442 |20 6,58
12-xaaBa

XoMuJia TYIIHINM KHYMK FYPYXJAard Ba Ha30paT rypyxuaaru
MTHFRreanauar C677T noiumMop(pU3MHUHUHT ajljie]1 BA TCHOTHIIMK
BAPHAHTJIAPH YacToTacuaaru ¢gpapkJap.

AJLJ1eJ1 Ba TEHOTHII COHU
| o | oot [ | p [ke| oswa ok eswa
n % n %
C 31 50,0 1169 | 80,5 [22,8|0,01] 06| 027-1,41 |02 | 0,14-043
T 31 50,0 | 41 19,5 12281001 1,6 | 1,07-243 | 4,1 | 231-737
C/C 5 16,1 | 68 | 64,8 228|001 02| 004-1,44 | 0,1 | 0,04-0,26
C/T 21 67,8 | 33 | 314 [1322/0,01 22| 0,58-8,01 | 4,6 | 2,01-1042
T/T 5 16,1 4 3,8 59 10,0342 | 1,12-1597| 4,9 | 1,35-17,42

XoMmuia TYHIIUII KUYMK Typyxzard Oemopiapaa (yHKIHOHAN >KUXATIaH
canouit T/T reHOTUNTMHY aHUKJIAITHUHT XKUCOOJaHTraH HUCOMM MMKOHUSTH IIAPTIN
corsiom omamapra Huc6aran OR=4.9 uu 95% CI: 1,35-17,42 nma Tamkwui STIU.
Kacanmnukaunar aucouit xaBpu 95% Cl: 1,12-15,97 na RR=4,2 ra Tenr sau.

MTHFR reaunuar C677T momuMophU3MUHUHT TEHOTHIIMK BapUaHTIApH
4acTOTa TAKCUMOTHHHM TaxXJWJd KWIWII HaTHXAIapyd WINOHWIN (papKiapHu
TacAUKIAMH. Y36eK axoaucHaa adiiapia TYFUINII OY3UINIIN XaBhu OuiaH ymoy
NOJIMMOPGU3MHMHAT  (QYHKIIMOHAT HOKYJIAi aJUICIUK BapUAHTUHUHT MYXHM
acCOIMAIIMACH MAaBXYJUJIMTH aHUKJIaHau. JIYyHEHUHT Kapama-Kapuid ajgaluit
MabJIyMOTJIapu Ty(daitin, Oy nmoauMop(@U3MHUHT YAaCTOTACH Ba YHUHI MYbTaJul
TUIIEPrOMOIIMCTENHEMHUsT Ba (oyaT IMUKIMHUHT OY3WIMIIN OuiaH OOFJIUK TYypJu
HO30JIOTUSUTAPHUHT PUBOXKJIAHUIIIMTA KYIITaH XUCCACH TYPJM MOMYJSIUsIap Ba
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STHUK Typyxjaapnaa dapk Kwiaad. bupok, onunran Hatwkanapaan MTHFR
rearHUHT IS1801133 nonumopdusMu TyFuiIHi Oy3WIMITMHUHT TATOTEHE3U OMIaH
UIIOHWIN OOFJIMK JIETaH Xyjocara KeJIUITMMHU3 MyMKHH.

MTHFRrennna A1298C reHeTMK JOKYCYHHMHI ailjiel Ba TIE€HOTHUIIHK
BapHaHTIAPUHU (PEPTHIIMK KOOWIHUATH Oy3wiraH OEMOpJIApHUHT aCOCHN TypyXu
(koMOMHAITMOH Ba aén OYyMyIITIWUTH Ba XOMUJIA TYIIUIIHN) YypTacujaa TaKCUMJIAI
YaCTOTACHHM TaXJIWJ KWIUII, ITYHUHTIEK Hazopat Kuium 13 Ba 14-xanBamiapaa
KenTupwirad. bemopnap Ba Ha3opaTJIapHUHT YpraHwiraH HamyHajapujaa ymoy
NOJIMMOPGU3MHUHT TEHOTUIIUK Ty3WIMIId Xapai-BaitnOepr MyBo3anarura
oyicynau (p>0,05).

13-:xkaaBa
Acocuii Ba Ha3zopat rypyxjaapaa MTHFR reauga A1298C
NOJUMOP(QU3MHHMHT AJIJ1eJI BA TeHOTHIVIAPMHUHT TAPKAJINII 1apPakacu

AJlj1eJ1 9yacToTacu T'eHoTnn 4yacroracu
Ne Typyx A C AIA AIC CIC
n % n % n % n % ni %

1 | Acocwii rypyxu
(n=109)

1.1 | KomOunanmon
OermymTianK 55 | 724 | 21 | 276 | 19 | 50 | 17 | 447 | 2 | 53
(n=38)

1.2 | Aen Genmymtiuru
(n=40)

1.3 | Xomuna Tymumm
(n=31)

2 Hazopar rypyxu
(n=105)

162 | 743 | 56 | 25.7 | 59 | 541 | 44 | 404 | 6 |55

61 | 763 | 19 | 23.7 | 22 |550| 17 | 425 |1 |25

46 | 742 | 16 | 258 | 18 [58.0| 10 | 323 | 3 | 9.7

173 | 824 | 37 | 176 | 71 |676| 31 | 295 | 3 |29

14-xaaBan
Acocuii Ba Hazopat rypyxuaaru 6emopJap rypyxjaapuaa MTHFR reaununr
A1298C nosumMoppu3MHHUHT a/Ie]1 Ba TeHOTUIIMK BapUaHTJIapH
yacroracuaaru gpapkJap.

AJL1eJ1 Ba TEHOTHII COHM
éggs‘:ﬂ? ?;I?\(’:PI:I/I;I ?;;33? %2 p RR | 95%CI |OR | 95%CI
n % n %
A 162 | 743 | 173 | 824 [4,1] 0,05 [ 09| 0,61-1,33] 0,6 | 0,39-0,99
C 56 | 25,7 37 17,6 |4,1| 0,05 | 1,1 | 0,65-1,88| 1,6 | 1,02-2,57
A/A 59 | 54,1 71 67,6 |41 005 |08 | 048-1331]0,6 | 0,32-0,98
A/C 44 | 40,4 | 31 29,5 128 | 0,1 14| 082-228] 1,6 | 0,92-2285
C/C 6 5,5 3 29 109 04 1,9 | 0,75-4951] 2,0 | 0,49 -7,94

Onuuran wmabaymoTiaap A amienu Ba A/A  TreHOTMNMIA  XUMOSA
XYCYCUSATIAPUHUHT MaBKyJIUruHu Ba C-amnen accounanusicuuu (X2=4.1; p<0.05;
RR=1.1; OR=1.6) OenymITIMKHUHT MOTEHIMAA OOFIMKIMKHH Kypcartamu. A/C
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reHOTUIUIapu OYyyiraH ojamiapja OupiamMuu OEnyIITIMKHUHT PUBOXKIAHUIINMIA
Mormimnk (X2=2.8; p=0.1; RR=1.4; OR=1.6) Ba C/C (x2=0.9; p=0.4; RR=1.9;
OR=2.0). MTHFRrenunuar A1298C monmuMophu3MUHU YpraHUIl PErnpoOayKTUB
TU3UMHU Oy3Wiran aémiap yuyH ymoy TaakKUKOT 3apypiIurunu kypcatau. OIuHTaH
HaATIDKaJapHU OupramMuu OCMyIITIMK PUBOXKIAHUIIM yYyH XaB( OMMILIapU
cubatuna KypuO YMKUII Kepak. TagkKWKOT HaTHKaJapuHU yMyMIIamITHpuUO, Ou3
penpoAyKTUB  NUCHYHKUMSHM amMaira omwupuia (Qomar  anMamimHyBU
peryJisTopiapy TEHJIApUHUHT KOMOWHALMSICH acocuid posl YHHaWau jaeraH
TUINOTE3aHU  KYJUla0-KyBBaTiaMu3; Oemopiap Trypyxujaa OemyIITIMKHUHT
PUBOXIIAHUILN YYYH KY3FaTyBYM OMUJI Oy T€HJIApHUHT HOKYJIal ajijiel BApUAaHTUHU
om0 roputaup, 1y xxymiaagad MTHFRreaununr rs1801131 monumopdusmu.
MTRRreauga A66G TeHETMK JIOKYCYHHHI ajulel Ba TECHOTHUIIHK
BapUAHTIAPUHU (DEPTHIMK KOOMIMATH Oy3wiiraH O€MOpPJIAapHUHI acoCUM TypyXH
(koMOMHAIMOH Ba aén OymyHITJIMTH Ba XOMWJIA TYIIUIIN) YpTacujaa TaKkCHMJIAII
YaCTOTACHHM TaXJWJI KHJIWII, ITYHUHTIEK Hazopat Kuiaum 15 Ba 16-xanBamiapaa
KeJITUpWIraH. bemopiap Ba HazopaTJIapHUHT VpraHwiraH HamyHallapuja ymoy
NOJMMOP(U3MHUHT TEHOTUIIMK Ty3WIMIIM Xapai-BaiinOepr MyBo3aHaTura
oyiicynnu (p>0,05).
15-xagBan
Bemop rypyxaapuga MTRR reanaa A66G noiuMopGpusMUHMHT ajljie/lJIapu
Ba FeHOTHILVIAPMHHMHT TAPKAJMII YaCTOTACH Ba HA30PaTH.

Ne AJLJIeJI 4acTOTACH I'enoTumn yacroracu
Iypyx A G AIA AIG GIG
n % n % n % n % n %
1| Acocuil typyxu | 169 | 775 | 49 | 225 | 65 | 596 | 39 | 358 | 5 | 46
(n=109)
1.1 | KomOunammon
GenyIITInK 60 | 789 | 16 |21.1| 24 |631| 12 |316| 2 | 53
(n=38)
1.2 (‘i‘ej 4%6)“““”“m 70 | 875| 10 | 125|30 | 750 | 10 [250 | O | -

1.3 | Xomuna Tymumm
(n=31)

2 | Hazopar rypyxu
(n=105)

39 | 629 | 23 [ 371 |11 | 355 | 17 | 548 | 3 9.7

175 | 833 | 35 | 16.7 | 74 | 705 | 27 | 25.7 | 4 3.8

BU3HUHT TaAKUKOTMMU3 HATWXKaIapura Kypa, QepTwumk Oy3uiran
o6emopiapaunr acocuid rypyxuaa MTRR renununr A66G momumophU3MUHUHT
rerepo3uroTsii = A/G  TeHOTMIMHM  aHUKIam  95%  HWIIOHY  opanuFuia
kodurmentnap aucbatu (OR) 1,6 ra Tenr 6ynumm 6wminan 6ornuk >au. CI: 0,9-
2,89 Ba ypranunaérrad maToJIOTWSIHUHT puBoxianum xaBdu (PP) 1,4 ra Tewr,
umony opanurun  95%CI:0,8-2,33, Oy Mabiaym OuUp TEHOTHIHMK BapUAHTHUHT
OCTMYIITIUKHUHT PUBOXIIAHUIIKM OWJIaH acCOIMAaTHB aJlOKACH MaBXKYAJUTHHUHT
IOKOPHY DXTUMOJIMHY KYPCATHUIITN MyMKHH. BU3HUHT TaXMUHUMH34a, YIIIOY TeHHUHT
G/G ro3uror BapuaHTU aéijapaa TYFWIMII OY3WIMIIMHUHT PUBOXIIAHMILNTA
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MOMWITMKIa MyXuM Oy MymkuH, 0y OR=1.4 kosddunmentnapununr 95%
Cl: 0,25-7,93 ra HucOaTuHu Ba puBOXJIaHUII XaBpuHH Kypcataau. 95% CI: 0,14-
13,57 na ymiOy reHorunuk RR=1.4 BapuanTuma Oupiamuu OenmylItiauk. Ymoly
KypcaTkuuiap ymoy WyHanuimaa KeHHHTH TaAKUKOTIAp yUyH acoc OYimub xu3mar
KWJIUIIA MyMKHUH.

16-:xanBaj

I[osmmMoppuU3MHHIHT ajjiesl Ba TeHOTUININK BAPUAHTIAPU YaCTOTACHAAru
dapkaap acocuii Ba Hazopar rypyxjaapuaa MTRR reaununr A66G.

AJLJ1eJ1 Ba TeHOTHII COHH
‘A;ggs:n':f /nyc;c;:; }rla“;if 2| p |[RR| 95%CI | OR | 95%CI
n % n %
A 169 | 77,5 | 175| 83,3 [ 23| 02 | 0,9 062-14 10,7 | 0,43-1,12
G 49 22,5 | 35 16,7 | 2,3 | 0,2 1,1 | 0,63-184| 14 0,9 -2735
A/A 65 59,6 | 74 70,5 |28 1] 0,1 | 08 ] 051-141| 0,6 | 0,35-1,09
A/G 39 35,8 | 27 257 |1 2,5 | 0,2 1,4 | 0,83-233| 1,6 0,9-2,89
G/G 5 4.6 4 3,8 0,1 | 08 1,2 0,37-39 | 1,2 | 0,32-4,64

MTR renununr A2756G NOKyCYHUHT ajuied Ba TCHOTUINK BapUaHTIApUHU
acoCHil rypyX, 11y >KyMJiafiaH OenyIITIuK OuinaH OeMOpJIapHUHT KUYUK FypyXJapH
(koMOMHAIMOH Ba aéa OyMyIITIIMTM Ba XOMHJIA TYIIMIIK) Ba HA30paT TypyXH
ypTracuma TakcuMJall YacTOTACMHU Taxjwil Kuiaum Ba 17-18-kanBamnmapra
KUPUTWITAH. beMopiapHUHT YpraHwiraH HaMmyHajapuaa Ba Ha3opaT KWIMIIIA
yi0y moauMOopGU3MHUHT TEHOTUITUK TY3WIUINN Xapau-BaitnOepr MmyBo3aHaTura
6yiicynran  (p>0.05). Vprammmran Gemop HamyHamapuga MTP  reHMHHHT
pckk1805087  monumMopdU3MUHUHT  TEHOTUNUK  Bapuantiapu  PXBpan
TaKCUMJIAHUILIMHUHT aCOCHM Ba HA30paT rypyxJjap/ia aHUKJIaHMa/IH.

17-wanBan
Acocuii Ba Ha3zopat rypyxjaapuaa MTR reauaa A2756G nosumMoppu3MuHIHT
aJule/UIapy Ba TeHOTHILVIAPMHUHT TAPKAJMII YaCTOTACH.

Alj1eJ1 yacToracu I'enoTumn 4acroracu

Ne T'ypyx A C AJA AlG GIG
n % n % n % n % n %

1 Acocuii rypyxu

(n = 109) 183 | 844 | 35| 16 | 77 | 706 | 28 | 25.7 | 4 | 3.7

1.1 | KomOunHammon
OemymITIuK 63 (829 | 13 (171 | 27 | 71 9 | 237 | 2 5.3
(n=38)

1.2 | Aen Gemymiauru

(n = 40) 68 8 |12 | 15 | 28| 70 | 12 | 30 0 0

1.3 | Xomuia Tymmmnm

_ 52 (839 |10 161 | 22 | 71 7 226 | 2 6.4
(n=31)

2 Hazopar rypyxu

(n = 105) 177 | 843 | 33 | 157 | 75 | 714 | 27 | 25.7 | 3 2.9
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18-kanBaj
Acocuii Ba Hazopart rypyxJapuaa MTR reaunnnr A2756G
NOJIUMOP(GU3MHHMHI AJIJIeJI Ba TEHOTUIIUK BAPUAHTIAPH YACTOTACHIATH

papxrap
AJu1eJ1 Ba TeHOTHII COHU
AJLies Ba Acocuit Hazopat ) p |RR| 95%CI |OR| 95%CI
TeHOTHII TypyXu TYpYyXH
n % n %
A 183 84 177 | 843 101 [ 08 | 1,0 ] 0,61-1,69] 1,1 | 0,65-1,81
C 35 16 33 157101108 | 1,0 06-1,63 | 09| 0,55-1,55
A/A 77 70,6 75 714,011,109 10, 057-18 | 1,1 | 0,58-1,9
A/C 28 25,7 27 25,7 101109 10| 055-1,8 | 1,0 ] 0,54-1,84
C/C 4 3,7 3 29 102 107107]0,13-394]10,7] 0,16-3,25
Taakukor Yypranwnaérran rypyxjaapaa MTR  renununr  rs1805087

MOTMMOP(U3MUHUHT aJIe]l Ba TCHOTUILIAPH YpTacuaa CTaTUCTUK aXaMHsTTa 3ra
OOFNMKIMKHU aHWKJIamanau. Hatwxamapumusau Taxymmia Kuinb, MTR reHumHMHT
A2756G momumopdu3mu Y30ek momyssAnuscH aéiiapuaa TYFUIHIT Oy3HIATITN
PUBOKIIAHMIN XaB(UTa CE3UIAPIIN TAhCUP KYpcaTMalIu, 1eraH Xyocara KeJauK.
PenpoaykTuB TH3WM OY3WIMIIMHUHT T€HETHUK XETEPOKCHJIUTHHU Ba ¢oyart
aNIMAIIMHYBH T€HIAPUHUHT TOJUMOP(} alIeIIapy CIIEKTPHUIATH MOMYJISIUsIapapo
dapkIapHu Ba YJIapHUHT YacTOTAJIAPUHU XucoOra ojiraH Xonijaa, OW3HUHT
NOMYJISAUAMMU3Aa TYFWIMIIHUHT OY3WJIMIIUTAa MOWWUIMKHU IIaKJUTAaHTHPUIIA
OOIlIKa TEHJAPHUHT WINTUPOKUHU YPraHUIIHU JaBOM OJTTHUPHII Kepak, IIy
xymianaH, oomka JIHK GenrunapuHuHr QyHKIIMOHAT 6aXOCUHU YTKA3UII OWIIaH.

XVYJIOCAJIAP

«PenpoaykTnB 1ucPYHKUMSHUHT MOJIEKYJSAP-TEHETUK ACHEKTJIapH Ba
aéjuiapaa OupjgaMyu OenmyMITJMKHUHI PHUBOXKJIAHUIIN» MaB3ycu Oyiinya
THOOMET danmapu OViinua danicada AOKTOpPU AMCCEpTalMs MaB3yCHUJAru
TaJKUKOTJIap acocHaa Kyruaaru xXyjaocanap TaKIuM dTUJITaH:

1.'opmonan mnpoduinHu Vypranvim Ba (QepTWUIMK Oy3uiraH aémiapHUHT
PENPOAYKTUB TU3UMHUHUHT XOJATUHU OaxoJiall Y4yH aHUKJIAHTaH OYy3WIUILIaApHU
Ty3aTHIIl SHAOKPUH KaCATUKJIAPHUHT JUArHOCTUK ME30HJIapy cudatuaa Kyluaaru
napameTpiapHU XUcoOra OJIMII KepaKJIMruHU Kypcarau: aénauur €, TMU, xaii3
naBpuHUHT AaBomuiinury, TBY3U mabinymoTtinapu Ba Xaid3 1aBpyu JUHAMHKACHUIaTH
CTEpOUJ TOPMOHJIAP KypcaTKuwiapu. 5-6 xadraraga xomuiagop OYIMacIMKHU
Talxuciaanm yuyyH roMmouncten Ba B sutamunnapu (B6, B9 Ba B12 Buramunnapm)
JapakaCUHU aHUKJIAIl YYYH TECTIap YTKa3UIIl Kepak.

2.bU3HUHT  HaATWKAJApUMU3  OWpjIaMyu  OEMyIITIAMKHH  TEKIIWPHUIIIA
XPOMOCOMAJIAPHUHT [IUTOTCHETUK TaXJIWJIMHUHT MYXUMIIUTUHU TacAUKJIaWIu
(x2=22.5; p<0.05; OR=9.6; CI:3.243-28.35). AHUKJIaHUIIINYA, TYFUIUII KOOUTUSITH
Oy3uiraH aéniaapaa IUTOreHEeTUK Oy3WIHIIIIap TApKUOKIa 4aCTOTACH MOC PaBHUIIIA
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5,5% Ba 6,4% Oynran xam pakamiii, XaM CTPYKTypaBUi XpoMOCOMa aHOMAJIUSIIApH
aHUKJIaHaIH.

3. Terunuiy »XUHCHA TOPMOHJAP TEHJIAPH CHHTE3WHUHT OY3WIMIIM OuiaH
oormuk 6ynran FSHR (A2039G) reHuHUHT aiien Ba TEHOTHUITUK BapHAHTIAPHHU
onu0d ropuil OWIaH TYFWIMIIHUHT Oy3wiuiiy xaBhu YpTacuaa accolaTHB
OOFIMKJIMK aHUKJTaHIu. A€mnapaa TyFIIMITHUHT nacaiuim Ounad GIIP reauHuHT
2039G amnenuk BapUAaHTUHU AaHMUKJIAII YpTacuaa OOFIHUKIMK MaBXyA dIH
(x2=3.9;p=0.05;0R=1.5; 95%CI:1.0-2.19) Hokynaii TeTepO3UrOT T'ECHOTUIIHK
BapuaHTAa OenmymTiuk puBoxiaanum xaBpu FSHR renu 1,8 ra omagu (OR=1.8;
x2=4.3 Ba p=0.05). byngan ¢apkau ymapoxk, FSHR (A2039G) Ba LHCGR
(Ala593Pro) renetuk OenruiaapuHUHT (QYHKIHOHA JKUXATAAaH KyJlalh T€HOTHITHK
BapUaHTIApU TYFUJIUIIHUHT Oy3WiIUIIM XaBQUHM KaMaWTUpUIN OuiaH OOFIIMK
(OR=0.7; 95%Cl:0,46-1,0/OR=0.8; 95%CI:0,16-3,66). Xucobanran
kodpdummentiap mucbaru (x2=0,2;p=0,8;0R=1,3;95%Cl:0,27-6,35) Ala593Pro
nosmMopd JokycyHHHT G/C TeTepo3uroT TeHOTHIIMK BapHAHTHHU AHWKJIAII
¥pTacuma KOppesiuoH OOFTUKINK MaBxXyauruau Tacaukiamaan. LHCGR rean
Ba aén OenmymrruruHuAT nainao oymumu. LHCGR reauanar Ala593Pro nommmopd
JIOKYCH PENPOAYKTUB AUCHYHKIUMSAHU MIaKJUTaHTUPHUIIAA PoJl YiiHaMaliau Ba y30ek
MUJUIaTHra Mancyo aémiapaa OupramMuu OEMyIITIMK PUBOKJIAHUIIM YYYH XaB(
OMMJIM 3Mac.

®domnuit kucaoTacuHUHT Oy3unuinu Ounan 6ornuk 6ynran MTHFR renununr
677T Ba 1298C annen BapuaHTIapUHU OJTUO IOPUII OMIIAH TYFUITUIITHUHT OY3WINIIN
xaBu YpTracuia UIOHUWIN OOFIMKINK YpHATUIAU. YOy noauMopdusMiIapHUHT
HOKyJIail ajuie]l BapUaHTJIApUHU OJMO ropuljga Oenymmivk xaBhu aespiau 1,6
OapaBap cesumnapiu napaxana omagu (p=0,05 ma OR<I1,6). MTHFR renununr
C677T nonmumopdU3MUHUHT HOKYJIAl ajjiesl Ba TeHOTUIMK BapruaHTiIapu (u2=22.8;
p=0.01;0R=4.1;95%CI:2.31-7.37/x2=5.9;p=0.03;0R=4.9;95%CI:1.35-17.42).

bupnamun OCTyIITINKHUHT PUBOKJIAHUIIINATA XUMOS TabCUPHU
OR=1.4;95%CI:0,9-2,35/0R=1,6;95%CI:0,9-2,89 puBoxuianuim xaBdu OCTUIA
MTRR renununr A66G noaumopdusmunuar G amnenun Ba A/G reHOTUIH
MaBkymauruga a"ukiaanad. MTRR - renunuHr Hokymain xomosuromm G
QISIMHUHT  MaBXy[AIurn aémnapna aOOpTHUHT PUBOXKIAHUIIAIAA —MYXHM
axamusarra sra, 0y OR=2.9;95%CI: 1,6-5,45 puBoxJianuiln xaBPUHU KypcaTaJu.
Xomunanop 0ynmaran aémnap kuauk rypyxuaa MTRR reaununar A/G rerepo3uror
reHotunan aHukiaam OR=3.5;95%CI:1,56-7,87 koeddbunnentnapuHuHT HICOATH
Owran OoFnuK OO, Oy TEHOTUIIMK BapUaHT YpTacuJa acCOIMATHUB OOFIUKIIUK
MaBXYJIMTUHUHT FOKOPH HXTUMOJMHHU KypcaTaau. TYFUIUII OYy3WIMIIUHUHT
puBoxutanuiy (x2=9.3; p=0.01). Akcunua, 6enymrauk xaBhu Ba MTR reauHuHAT
(A2756G) monmumop( BapuaHTIapu ypTacuaa Xeu KaHaal OOFIMKINK TOMUIMAIH,
Oy aca ym0y reHHUHT TYFUJIUII Oy3WIHIIY ATOTeHEe3Uaa MyCTaKUII POJIH YK JeTaH
XyJiocara kenuimuMusra uMkoH oepaau (OR<I; p>0.05). TaaKuKOT HaTHXKaTapUHU
capxucod Kuiiap 3KaHMHU3, OM3 pernpoayKTUB TUCHYHKUMSIHU aMalira OLIMpHUILIa
donaT anMamMHYBH PETYISTOpIApH TEHIAPUHUHT KOMOMHAIMSCH acOCUM PO
VitHaiiAn Ba TYFWIMIN OY3WIMILIMHUHT PUBOXJIAHMIIKA YYYH KY3FaTyBUHM OMMJII
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HOKYJIail ajien Ba T’eHOTHITUK BapUAHTIAPHUHT OUPrajvKaa oJud OOPHUIIUIIY JeTaH
TUTIOTE3aHU KYJU1a0-KyBBaTIaiMu3. Oy reHmap.

4, OnmvHTaH MabIyMOTIap acocuaa y30ek aémiapaa OupramMum OEmyIITINK
JTUATHOCTHUKACH AJITOPUTHMHU TaKOMIJLIAIITHPUIIIH.

BUPJIAMYM BENYIIT AEJIJIAPHU TEKIIUPUII AJITOPUTUMHA

AHaMHe3 Ba KJIMHUK HATHKAJIAP (UMKOSTIAP, KYPHK, Xaii3HH Ba OBYJISALMAHH

JKapaéHIAPHHHHT KeYHIIIH)

1

TOPMOHAJI CKPUHUHI+

BUOXUMMUK TEKIIIUPYB

!

HUHCTPYMEHTAJI
TEKIINUPYB
(TBYT,
THCTEPOCATbIMHIOrpadus)

1

IUTOTEHETUK
/ TEKIINUPYB \
XPOMOCOMA.T XPOMOCOMA.I
OB HOJTMMOP®H3M AHOMAJIUSI
MOJIEKYJSAP-TEHETHK TS
e KOHCYJIbTALIMSACH
TEHETHUK
KOHCYJIbTALIMSICU
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PA3OBBIN HAYUYHBIN COBET HA OCHOBE HAYUYHOI'O COBETA
DSc.04/30.12. 2019.Tib 30.03 1O NPUCYKAEHUIO YUYEHBIX
CTENEHEHN NPU TAIIKEHTCKON MEIULIMHCKOMN AKAJTEMUHA

PECHYBHHKAHQKHFI CHEIII/IAJII/{SI/IPOBAHHI)II‘/JI HAYYHO-
IMPAKTUYECKUU MEJUIIMHCKHUU HEHTP 'TEMATOJIOI'THA

I'ACAHOBA IIAXWUHA CAPJAPOBHA

MOJIEKYJIAPHO-TEHETUYECKHUE ACIIEKTbI HAPYHIEHHAA
PENNTPOAYKTUBHOU IMCP®YHKIHNN U PASBUTUE IIEPBUYHOI'O
BECILJIOAUA Y KEHIINH

14.00.16 — HopmanbHasi 1 nmaroJioruyeckas GpuznoJiorus
14.00.20 — MeanuuHckas reHeTuKa

ABTOPE®EPAT
auccepranuu gokropa puiaocopuu (PhD) mo MeanIHMHCKUM HayKam

TAIIKEHT - 2024



Tema aucceprauum aAokTopa ¢uaocopuun (PhD) 3apermcrpupoBana B  Bbiciueii
aTTeCTAMOHHOI KoMHCCHMM Npu MHMHHCTEPCTBe BbICIIEro 00pa3oBaHUsl, HAYKH M WHHOBAIHUIA
Pecnyonnku Y3oexkucran 3a Ne B2024.2.PhD/Tib3593.

Juccepranus BBHINONHEHA B PecmyOMUMKaHCKOM CHCIUAIM3UPOBAHHOM HAyYHO-TTPAKTHYESCKOM
MEUIIMHCKOM IICHTPE FeMaTOJIOTUH.

ABropedepar amccepraliii Ha TpexX s3bIKax (y30€KCKHH, PYyCCKHH, aHTIMHACKHNA (pe3iome))
pa3MernieH Ha BeO-cTpanuile Hayunoro cosera (Www.tma.uz) u va MudopmanmonHo-o0pa3oBaTeIsHOM
mopTaie «ZiyoNet» (Www.ziyonet.uz).

Hayunble pykoBOaUTEIH: Hprames Juamypan CaaToBu4
JIOKTOP MEJULIMHCKHUX HayK

Bo6oes Konnpixon TyxTrabaeBnu
JOKTOp MEJUIMHCKUX HayK, Mpodeccop

OdunuanbHbie ONMOHEHTHI: AsumoBa CeBapa baxogupoBHa
JIOKTOp MEIULIMHCKUX HAYK, JOLIEHT

Magasinoa Huropa HapumanoBHa
JOKTOP MEIUIMHCKUX HAYK, JOLEHT

Beaymas opranusanus: Byxapckuii rocyiapcTBeHHbINH MeAMLMHCKUI
HCTUTYT

3amuTa quccepTanuu cocToutcs «7» HostOps 2024 roma B 15:00 wacoB Ha 3aceqaHWM pa3oBOTO
HaygyHOTO coBeTa Ha ocHoBe Hayunoro coera DSc.04/30.12.2019.Tib.30.03.mpu TamkeHTCKON
Menuiuackor akamemuu (Axapec: 100109, r. Tamkenrt, yn. ®apobu, 2. TamikeHTCKas MeIUIIUHCKAs
akamemusi, 10 yaeOHbIi Kopyc, 1 atax. Ten./Dakc: (+99871) 150-78-25, e-mail: info@tma.uz).

C nmucceprauueil MOXXKHO O3HAaKOMHUTHCS B MH(popMannoHHO-peCypcHOM LeHTpe TallKeHTCKON
MEIIUIIMHCKON akajmeMuu (3apeructpupoBana 3a Ne 1147). (Aapec: 100109, r. Tamxkent, yn. @apobwu, 2.
TamrkeHTCcKass MeTUIIMHCKAs akajieMus, 2 y4eOHbli kopiyc «b» kpbuto, 1 atax, 7 kadbunet. Ten./Dakc:
(+99871) 150-78-14).

Astopedepar auccepranuu pazocian «22» oktsaops 2024 roxa.

(peectp npoTokona pacceuiku Ne 47 ot 22 okts10ps 2024 rona).

I' . llaiixoBa

[pencenarens pa3oBOro HAYYHOTO COBETA HA OCHOBE
HAYYHOT'O COBETA 10 MPHUCYKACHUIO YUEHBIX CTETICHEH,
JOKTOP METUIIMHCKHUX HayK, podeccop

JA.HI. Anumyxamenos

YueHslil ceKpeTapb pa30BOr0 HAyYHOI'O COBETA HA OCHOBE
HAy4YHOTO COBETA IO NMPHUCYKJICHUIO YUEHBIX CTEIICHEH,
JIOKTOP MEJULIMHCKHUX HAYK, JOLEHT

P./I:x. Y cmanoB

[Ipeacenarens HAy4YHOTO CeMUHApPA MPHU Pa30BOM HAYYHOM
COBETE Ha OCHOBE HAYYHOM COBETA I10 NPUCYKIICHUIO
YYEHBIX CTENEHEHN, JOKTOP MEAUIIMHCKUX HAYK, JIOLIEHT
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BBenenne (aHHOTAIMSA AUccepTanuu JokTopa puiaocodun (PhD))

AKTYaJIbHOCTh M BOCTPE0OOBAaHHOCTH TeMbl Auccepranuu. B nocnennue
rojibl mpobiema HapyuieHus: (QepTUILHOCTH MPUOOpETaeT Ba)KHOE 3HAYEHUE U
CTAHOBUTCS HE TOJIBKO MEJUKO- COLMAIILHON MPOOJIEMOM, HO U SBJISIETCS OCHOBHOM
4acThl0 B (DM3HOJOTUM W TATOJOTUU PEMPOAYKTHBHOW (PYHKIIMH YeIOBEKa
COBPEMEHHOMU MEIUIINHEL. Ilo OoIleHKaM Bcemupnoiu OpraHU3aI1U
3npaBooxpaHeHusi (BO3) «...6ecruiogueM ctpamaer okonio 17,5% B3pocioro
HACENIEHHUs, 5TO OKOJO 48 MWUmMOHOB map..»°. [lpuumHAMHU, NPUBOASAIIME K
OecIioinio, ABISAIOTCA: SHIOKPUHHBIE HapyuieHus-35%, matouHas dopma-18%,
TpyOHbIW  dakTop-30%, wumMmyHosormdyeckuii  Qakrop-5%,  cekcyaibHO-
MICUXO0JIOTHYECKHH (pakTop-5%, nanonaTudeckoe, Oecrioue HescHOro reuesa-7%.
['eHeTnyeckue NpPUYUHBI- OAHA W3 HaubOoJee BAXKHBIX MPUYUH HAPYLICHUS
(bepTIIBHOCTH, KaK y MY)KUYMH, TaK W y kKeHIMH. OnpeneneHne reHeTHISCKUX
(dakTOpoB- OJHA M3 OCHOBHBIX MPAKTUK IS BEACHUA OECIJIOAHBIX Tap.
I'eHeTnyeckne MPUYKUHBI BXOJAT B TPYIITY BaXKHEHIIIUX HE TOJIBKO W3-3a YACTOTHI UX
BO3HUKHOBEHUS, HO, TIPEXKJIE BCETO, U3-32 UX HE3aBUCUMOCTU OT 00pa3a >KU3HU U
TpynHocTe B JedeHuu. Iloatomy mpoOnema HapyuieHus (HEpTUIBHOCTH
MPpUOOpPETACT BAXKHOE 3HAUYCHHE UM CTAHOBUTCS HE TOJBKO MEIUKO- COLIMAIBHOU
npo0ieMoil, HO U SIBJISIETCS OCHOBHOM YacThi0 B (DU3HOJOTUM M TMAaTOJOTHUHU
PENpPOIYKTUBHON (DYHKIIMH Y€JIOBEKAa COBPEMEHHOM MEIUIIMHBI.

Bo BceM Mupe mnpoBOAUTCA PsJl HAYYHBIX HCCIEIOBAHMN IO OLICHKE
MOJIEKYJISIPHO-TEHETUYECKUX aCIEKTOB PEMPOAYKTUBHOU AUCHYHKIIUU U PA3BUTHUS
NepBUYHOrO0 Oecryionus y >KeHIIMH. B CBsA3M ¢ 3TUM 0COOyI0 3HA4YMMOCTh
NpUOOPETAIOT MCCIIEIOBAHUS, HAINpaBJIEHHbIE HAa TPOBEJACHUE CPABHUTEIHHOU
OIICHKM KJIMHUKO-TA00paTOPHBIX TOKa3aTeJaed Yy JKEHIIMH C HapylIeHUeM
(GepTUIBLHOCTH, a TAaKXKE aHaJIW3 U CHEKTP IUTOTCHETHYECKUX XPOMOCOMHBIX
3a001€BaHU, U MOJIEKYJISIPHO-TEHETHYCCKUN aHalu3 MOJIUMOPGU3MOB 6 TEHOB,
YYaBCTBYIOIIMX B Pa3BUTUU MEPBUYHOTO OECIUIOAMS Y KEHIWH, T€HOB-TIOJIOBBIX
ropmoHoB (A2039G FSHR, Ala593Pro LHCGR) u renos ¢onataoro ukia (C677T
nu Al298C MTHFR, Ille22Met MTRR, A2756G MTR), wucnoms3yembie B
MCCIICIOBAHUM JIJIS1 M Pa3paOOTKU aJirOpUuT™Ma 00CIIeI0BaHUS )KEHIITUH C IEPBUYHBIM
oecruioguem.

B Hamieil ctpaHe OCyHIECTBISIIOTCS KOMIUIEKCHBIE MEpBI, HalpaBJICHHbIE Ha
pa3BUTHE MEIUIIMHCKOW cdepbl, aaantanuio MEIUIIMHCKOW CHUCTEMBI K
TpeOOBAaHUSM MUPOBBIX CTaHAAPTOB, BKJIIOUAs MOBBIIICHUE KAYECTBA JUATHOCTUKH,
JeYeHUsT U NPOQUIAKTHKU Pa3IMYHBIX COMAaTHYECKUX 3a0osieBaHuil. B cBsizu ¢
3TUM, B COOTBETCTBUM C CEMbIO MPUOPUTETHHIMU HampasiieHusiMu Crtpareruu
pazButuss HoBoro VY306ekucrana Ha 2022-2026 Toabl, IJisl MOBBIIIEHUS YPOBHS
MEJUMIIMHCKUX YCJIYT Ha HOBBIM YpOBEHb, OINpEACICHbl TaKue 3aJaud, Kak
«...TIOBBIIIIEHUE KayeCcTBa OKa3aHUs KBAIM(PUIMPOBAHHBIX YCIYT HACEJICHUIO B
MEPBUYHON  MEJIUKO-CAHUTAPHOU cny>1<6e...»4. Ucxongs w3 »tux 3agad
I[EJIECO00Pa3HO  MPOBECTH  HWCCIAEAOBAHHMS 1O  H3YUYEHUIO  MOJICKYJISPHO-
FEHETUYECKUX aCMEKTOB PEMPOJYKTHUBHON TUCPYHKIIUU U YIYUIICHHUS Pa3BUTHS
MEPBUYHOIO OECIUIOAMS Y KCHIIUH.

3World health organization, 2023.
4 Va3 ITpesunenta Pecny6uku Y36ekuctan NeYII-60 «O cTpaTernu pasBuTHs HOBOro Y3bekuctana Ha 2022-2026
ronel» ot 28 ssuBaps 2022 roaa.
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JlaHHO€ nuccepTalMOHHOE MCCIIEIOBAHUE B ONPEICICHHON CTENEHU CIY>KUT
BBITIOJIHEHUIO 3a7a4, 00o03HaueHHbIX B Ykazax IIpesugenrta PecnyOnuku
V36ekucran NeYII-60 «O ctparerun pa3Butus HoBoro ¥Y30ekucrana Ha 2022-2026
roael» oT 28 sHBaps 2022 roma, NeVII-5590 «O KOMIIIEKCHBIX Mepax Mo
KOPEHHOMY COBEPILIEHCTBOBAHMIO CHUCTEMBbI 3/paBooXpaHeHus PecmyOnnku
V36ekucran» ot 7 gekabps 2018 roma, B Ilocranomnenusix IlpesuneHra
PecriyOnmuku Y36exucran NellII-3071 «O mepax mo npanmpHeiIeMy pa3BUTHIO
OKa3aHWs CIEIUaTU3UPOBAHHON METUITMHCKONW MOMOIIM HaceleHuto PecmyOmmku
V30ekucrtan B 2017-2021 romax» ot 20 wmrous 2017 roma, NelIII-4295 «O0
yTBEpKJIeHUU HalmoHanbHON MporpaMMbl MO COBEPIICHCTBOBAHHUIO OKa3aHUs
SHAOKPUHOJIOTHYECKOW oMoy Hacenenuto Pecryonuku Ha 2019-2021 roga» ot
19 ampens 2019 roma, NoIllI-102 «O wmepax 1O COBEpPIICHCTBOBAHHUIO H
pacupeHro oobemMa IHAOKPUHOIOTHIECKON CITy)KObI» oT 26 stuBaps 2022 roxa, a
TaKK€ B JIDYTUX HOPMATHUBHO-NPABOBBIX [OKYMEHTaX, MPUHATHIX B JaHHOM
HaIpaBJICHUH.

CooTBeTcTBHE HCCJIEI0BAHUS IPHUOPUTETHBIM HANIPABJICHUSIM Pa3BUTHSA
HAYKM M TeXHOJIorui pecnyOauku. J[aHHOe wHccieoBaHUE BBINOJIHEHO B
COOTBETCTBUM C NPUOPUTETHBIM HAIPABICHUEM PAa3BUTHS HAYKHM U TEXHOJIOTHI
pecnyonuku V1. «MenununHa u papMaxosIorus».

Crenenb wusyyeHHocTH mnpoOjembl. C BHEIPEHHEM B MEAUIMHCKYIO
MPAKTUKY METOA0B MOJIEKYJISIPHO-TEHETHUECKON U HUTOT€HETUYECKON TEXHOJIOTUN
OTKpPBLJIACh MEPCIEKTUBA U3yUEHHUS dTUONATOreHe3a HapylieHus: GepTIIbHOCTU Y
KEHIIMH W pa3BUTUA  TepBUYHOro Oecruiogusi. [losTomy  BbIsIBIEHHE
(GYHKIIMOHAIBHBIX TE€HETUYECKUX MNPEIAUKTOPOB, BIMSIONIME HA TOPMOHAIBHBIN
CTaTyc ¥ (pOpMUPOBAHUE HAPYIICHUI PENPOAYKTUBHON PYHKINH, SIBISETCS BEChbMa
NEPCIEKTUBHBIM HAIMPABICHUEM B IUJIaHE MPEOJI0JICHUS OCCIUIONUS U YIIyUIICHUS
PENpPOAYKTUBHOIO 370pOBbsl KeHIIMH. CrefyeT Mpu3HaTh, YTO B Y30EKHCTaHe,
HECMOTpPSI Ha 3HAYUTENIbHbIE YCIEXU B OOJACTHU PENpOIYyKTOJOTHH, KEHCKOE
Oecrione TMO-TIPEKHEMY OCTAaeTCS CEPbE3HOM KIMHUYECKOM U MEIUKO-
colMaibHOM mpobsieMoi. J[o cux mop B Haimled pecrnmyOMKe HE U3ydeHa OIS
TOPMOHAJIBHBIX, XPOMOCOMHBIX U TEHHBIX HAPYHIEHWH B YKEHCKOM OECIJIONuU.
Hamm 1npoTOKOJIbI TECTUpPOBaHHMS W  IEPCOHATM3UPOBAHHBIE TMOAXOJBI HE
MpeAHa3HAaYeHbl JUIsl peuieHuss 3Tod  mpoOnembl. CpoyHO  HEOOXOAUMBI
pEKOMEHJaluu 1o MCITI0JIb30BAHUIO MOJIEKYJIIPHO-T€HETUYECKHUX "
[IUTOTEHETUYECKUX METOJOB B JIMATHOCTHKE PEMPOAYKTUBHON MUCHYHKIIUU Yy
KEHIIUH, a TaKXKe M0 pa3pabOTKe W BHEIPEHHIO COBpPEMEHHBIX mporpamm BPT,
CHOCOOHBIX A(PPEKTUBHO BOCCTAHOBUTH €CTECTBEHHYIO (HepTUIBHOCTh. OMNbIT
Hay4YHbBIX MTPOEKTOB MO OLIEHKE KEHCKOW ()epTUIILHOCTU B BEAYIIMX CTpaHax MHUpa
MMOKa3bIBACT, YTO TOJIHKO OOBEAMHEHUE PE3YTbTATOB KIMHUYECKUX, TOPMOHATBHBIX
U MOJIEKYJIIPHO-TEHETUYECKUX HCCIEIOBAHUN B €AUHYI0 HAIMOHAIbHYIO
nporpaMmy mo3BoJjisieT 3Q(PEKTUBHO BOCCTAHOBUTH €CTECTBEHHYIO (hePTUIBLHOCTH
KEHIIMH C TMepBUYHBIM OecruionveM. Bce BBIIIEH3IOKEHHOE YKa3alo Ha
aKTyaJbHOCTh MPOOJEMBbI U OMNPENEIHIO BHIOOP TEMBbI, LieJied M 3a7ad JaHHOU
JUCCEPTALINH.

B V30ekuctane mpoBeaeHO  psAd  HAyYHBIX ~ MCCIEIOBAaHUN IO
naToO(PU3UOIOTHYECKOM W MOJIEKYJISIPHO-TEHETHYECKOM  OLIGHKE Iepexoja
paznuMyHbBIX ~ 3a00eBaHUM B XpOHUYECKYyl0O  (GopMy ©U  NpOAJICHUSA
MPOJIOJDKUATENLHOCTH ku3HU O00mpHBIX (Kapumor X.4., 2021; 2022; Wpuckynos
B.Y., 2022; VYramumes P.P., 2022; bo6oes K.T., 2022), onmHako He

33



YCOBEPIIEHCTBOBAHBI ~KIIMHUKO-TOPMOHAIBHBIE M MOJIEKYJISIPHO-TEHETUYECKUE
aCIeKThI T0JIOBOM nudpepeHay 1 penpoIyKTUBHBIX HAPYIICHUH Y KEHIIIUH.

OnbIT HAyYHBIX MPOEKTOB BEAYIIMX CTPAH MUPA, MO UCCIIEIOBAHUIO KEHCKON
(GepTUIBLHOCTH yKa3bIBaeT HA TO, UTO TOJBKO OObETUHEHHE PE3yIbTaTOB KIMHUKO-
TOPMOHAJIBHBIX, IUTO- U MOJEKYJISIPHO-TEHETHUYECKUX HUCCIEIOBAHUM B €IUHYIO
HAI[MOHAJBFHYIO MPOTPAMMY, MO3BOJHUT 3((HEKTUBHO BOCCTAHOBUTH €CTECTBEHHYIO
(bepTHIIIBHOCTD KEHIIWH C IEPBUYHBIM O€CILTOIHEM.

Bce 5310 ompenenser HeoOXOAUMOCTh pa3pabOTKH pPEKOMEHAAIMI 10
HCIIOJIb30BAHUIO MOJIEKYISIPHO-TEHETUYECKUX, LUTOTEHETHYECKHX METOJI0OB B
JTUATHOCTUKE HAPYIMICHUH PEMPOAYKTHBHBIX (YHKIHMHA KEHIIWH, BHEAPEHUS
coBpeMeHHbIX mporpaMM BPT B KIMHHUYECKYI0 TIPAKTUKY, TO3BOJISIOIIMX
3¢ (HEeKTUBHO BOCCTAHOBUTH €CTECTBEHHYIO (PEPTUIHLHOCTb.

CBsi3b IMCCEPTAIMOHHOIO WCCJEJI0OBAHMA ¢ IUIAHAMM  HAYy4HO-
HCCJIeI0BATEILCKUX PadoT 00pa30BaTeIbHOIO yYpeKJAeHus, I/le BbINOJHEHA
auccepranus. /luccepTaimoHHOE HCCIIEOBAaHUE BBHIMOJHEHO B COOTBETCTBUU C
TTAaHOM HAy4YHO-UCCIIEI0BATEIbCKUX pabor PecnyOnmkaHnckoro
CHEIHATU3UPOBAHHOT O HAYYHO-TIPAKTUIECKOTO MEIUIIMHCKOTO HEHTpa
remaronoru Ne 03-4974 B pamkax TeMmbl «YJIydllIeHHE 3/I0pPOBbS HACEICHHUS,
yJydlieHle NpopUIaKTUUECKON MEIULMHCKON MOMOIIM HaceneHuto PecryOnnku
VY30ekucTaH, ycTpaHEHUE OIMACHBIX (PAKTOPOB ISl 30pOBbsl HaceneHus» (2018-
2022 rr.).

Ieap muccaenoBaHusi — YCOBEPILIEHCTBOBAaTh OLEHKY MOJIEKYJISIPHO-
TCeHETUYECKUX AaCIEKTOB PEMPOIYKTUBHON MUCHYHKIIMM M TaTOT€HETUYECKHUX
noka3zaTesel pa3BUTHUS IEPBUYHOTO OECIUIOAMS Y KEHIIUH.

3axayu uccieJ0BAHNS

MPOBECTH CPABHUTEIBHYIO OICHKY KIMHHKO-TA0OpaTOPHBIX MOKa3aTeled y
KEHILMH C HapylIeHUueM (epTUiIbHOCTH;

MPOAHATM3UPOBATh YACTOTY W CIEKTP IIUTOTCHETUYECKUX XPOMOCOMHBIX
HapYUICHUH y KEHIIUH C MIEPBUYHBIM OECILIOANEM;

OIICHUTH TMOJUMOP(PU3MBI CHCTEMHBIX T'€HOB-TIOJIOBBIX TropMoHOB (A2039G
FSHR, Ala593Pro LHCGR) u perynstopoB ¢onatHoro oomena (C677T u A1298C
MTHFR, A66G MTRR, A2756G MTR) ipu MOJEKYJISIPHO-TEHETUUECKOM aHATN3e
noMMOp(HU3MOB 6 TEHOB B pa3BUTHH MEPBUYHOTO OECIIIIONUS Y KEHIIHH;

YCOBEpIICHCTBOBaHWE W pa3paboTKa HOBOTO airoputMa oOCIeI0BaHUS
’KEHILMH C MEPBUYHBIM OECIIIIOIUEM.

O0bexkTOoM HcciaenoBanusi B3AThl 109 KEHIIMH C AMArHO30M HapyIIeHHE
depTriIbHOCTH, oOpaTtuBIIHecs B KIUHUKY «J{okTop [» r.Tamkenrta B 2019-2022
rogax, u3 KOTOpeIXx 40 JKCHIIMH C TMepBUYHBIM OecrmogueM, 38 — ¢
KOMOMHHUPOBaHHBIM  OecriogueM © 31  OJKeHIIMHA C  HEBBIHAIIMBAHHEM
O6epemeHHOCTH, a Takke 105 yCI0BHO-340pPOBBIX KEHIIUH TPyl KOHTPOJISL.

IIpenmeTroM wucce0BAHMA B3SITHl KPOBb OOJBHBIX C KIMHUYECKUM
JIMarHo30M HapylieHue (QepTUIBHOCTH W YCIOBHO-30POBBIX JIMIl KOHTPOJIHHOU
TPYIIBI, JUISI UCCIEAOBAHUS CTAHIAPTHOM  IUTOTCHETHKU W MOJIMMOP(HU3MOB 6
renoB. A2039G FSHR, Ala593Pro LHCGR wu perynsropoB wmerabosim3mMa
dbonuenoit kucnotel (S677T nu A1298C MTHFR, A66G MTRR, A2756G MTR) nns
MOJIyYEHUS TECTOB y KEHIIMH C IEPBUYHBIM OCCIIOANEM.

Metoabl ucciaenoBanusi. B nccienoBaHnM HMCTOIB30BaHbl KIMHUYECKHUE,
TOPMOHAJIbHBIC, OMOXUMHYECKHE, I MYXXYUH - aHAIU3 ISKYJISATA 10 MPOTOKOTY
BO3 2021, uHCcTpyMeHTaIbHbIE, CTAaHAAPTHO IUTOTC€HETUYECKOE, MOJEKYISIPHO-
TEeHETUYECKOE U CTATUCTHYECKHUE METO/IbI UCCIIeIOBAHUSI.
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HayuyHasi HOBU3HA UCCJIEIOBAHMS 3aKTFOYACTCS B CIICTYIOIIEM:

B Pe3yJIbTATE BBISIBICHUS YHCIOBBIX U CTPYKTYPHBIX XPOMOCOMHBIX aHOMAJTHIA
B CTPYKType ITUTOTEHETUYECKUX HAPYIICHWA Y JKCHIIWH C HapyIIeHUEM
(bepTIIIBHOCTH JTOKa3aHa POJIb XPOMOCOMHBIX U TEHHBIX HapYIICHUH B ATOTEHE3E
PENpPOIYKTUBHON AUCHYHKIIUU Y KEHIUH ¥Y30€eKuCcTaHa,

000CHOBaHBI YaCTOTAa W MYTAI[MOHHBIC CIHEKTPhl CHCTEMHBIX T'E€HOB
TOPMOHAJIBLHOM PEryJ/IsIUH, YYaCTBYIOIIMX B KOHTpoJIe (osutukynorenesa (A2039G
FSHR, Ala593Pro LHCGR) u oreHeHa uX poJib B IATOreHe3e OeCIUIOAHs Y
KCHIIMH, a TaKKe IEJIeCO00pa3HOCTh TEHETUIECKOTO TECTHPOBAHUS aJUICILHOTO
nosuMop(dr3Ma TEeHOB-TIPOTHOCTHUECKUX MapKEpOB B MPOTHO3WPOBAHUU PHUCKA
HapymeHus GpepTuIbLHOCTH,

JI0OKa3aHa YacTOTa W MYTAIlMOHHBIE CHEKTPHI TE€HOB (POJIATHOTO ITUKIA Y
KEHIIUH ¢ HapylieHueM (epTUIbHOCTU, a Takke poib noiaumopduszmoB C677T
rerta MTHFR u A66G rera MTRR B pa3BuTun HeBbIHAIIUBAHUS OEPEMEHHOCTU
IIPU MIEPBUYHOM OECIUTIOANH Y KSHIINH;

UCXOJI U3 PE3YJHTATOB MOJICKYJIIPHO-TEHETUUECKUX MCCIIEI0OBAaHUN JOKa3aH
METOJ  TEPBUYHOW  MPOPUIAKTAKH  Oecruiogwss Uil BOCCTaHABIICHUS
PENPOIYKTUBHON (PYHKIIMM WM TPENOTBpAIICHUS €€ HapyIIeHUH y Yy30eKCKUX
KCHIIHH.

IIpakTHYeckue pe3yjbTaThl HCCJIE0BAHUSA 3aKITIOYAIOTCS B CIICIYIONIEM

MOJIYyYCHHBIC  pPE3yJNbTaThl  LUTO- HU  MOJIEKYJISPHO-TEHETUYECKOTO
WCCJICIOBAHUN MOMMOP(GU3MOB TE€HOB PETYJISTOPOB TOPMOHAIBHOTO CTaTyca
TeHOB (POJIATHOTO IMKJIA, MOKHO PEKOMEHJIOBAaTh B Kaue€CTBE JMArHOCTHYECKUX,
IPOTHOCTHUYECKUX MAPKEPOB JJISI TMArHOCTUKHU U TIPOTHO3UPOBAHUS KIMHUYECKOTO
TEUCHUS, YTO CIOCOOCTBYET IMEPCOHATM3UPOBAHHOMY MOAXOAY K KOPPEKIUU M
npoPUIaKTUKKA HapylieHus (QEpTUIbHOCTH Yy SKEHIIMH W BOCCTAaHOBJIICHUS
€CTECTBEHHOM PENPOAYKLINH;

mojo0paHa COOTBETCTBYIOIIAS TAaKTHUKA JUISI OIEHKH PEIpPOAYKTHBHOTO
MOTEHIINaJIa AMEHTKU U YCTPaHeHUs O€CTUTONMS;

pe3ynbTaThl pabOTHI BKIIOUEHBI B METOIMYECKOE ITOCOOHE IS CTICIIHAMCTOB
PENPOYKTUBHBIX IICHTPOB (Bpaveil-perpoIyKTONIOTOB, aHJIPOJIOTOB, aKyIlep-
TUHEKOJIOTOB, MEAMIIMHCKUX TEHETHKOB), a TakkKe OIICHEHa BO3MOXHOCTb
WCITOJIB30BAHUS TIPH MTOATOTOBKE M YTEHUU CICIIKYPCOB B MeAUITMHCKNX BY3ax u
Ha Kypcax MOBBIIMICHUS KBaTU(UKAIUH.

JlocToBepHOCTH pe3yJabTaToB UCCJIeIOBAHUS MOITBEPIKIACTCS
MpUMEHEHHEM B palboTe TEOPUTHYECKHX TOAXOJ0B W METOJOB, BBIOOPOM
JI0OCTaTOYHOTO KOJUYECTBA MaTepuaia, COBPEMEHHOCThIO MPUMEHEHHBIX METOJIOB,
cneruuKon MOJICKYJIIPHO-TEHETUICCKUX aCTICKTOB PENPOIYKTUBHOM
TUCHYHKIIMA W Pa3BUTHS TIEPBUYHOTO OCCIUIONMS y JKCHIIMH Ha OCHOBE
B3aMMOJIONIOJIHAIONINX ~ KJIMHUYECKHX,  TOPMOHAJIBHBIX,  OMOXWMHUYECKHX,
WHCTPYMCHTAJIbHBIX,  ITATOTEHETUYCCKUX,  MOJCKYJISIPHO-TCHETHYECKUX U
CTATUCTUYECKUX METOJIOB MCCIIEIOBAHUI, a TAK)KE TIOJITBEPKIACHUEM MOTYISCHHBIX
PE3YIHTATOB YIIOJTHOMOYCHHBIMUA OPTaHaAMHU.

HayuyHasi ¥ npakTuyeckasi 3HAYMMOCTH pPe3yJIbTATOB HMCCJIET0BAHUS.
Haydnast 3HaUMMOCTb pe3yJIbTaTOB HCCIICIOBAHUS OOBICHSIETCS TEM, YTO Ha OCHOBE
KIIMHUKO-1a00paTOPHBIX M COBPEMEHHBIX ITUTO- MOJICKYJISPHO- TEHETHYCCKHX
TEXHOJIOTUH TIOJIYYCHBI HOBBIC JAaHHBIC O BKJAJC I'€HOB M XPOMOCOM, MPOIYKTHI
KOTOPBIX TPUHUMAIOT HEMOCPEICTBEHHOE Yy4YacTHe B CIOXKHBIX BHYTPEHHHX
CETEBBIX B3aMMOJICUCTBHIX PETYJISAINH (DOJUTMKYJIOTeHE3a, B MEXaHU3ME Pa3BUTHSI
HapymieHuss (PepTUIBLHOCTH Yy KEHIIWMH. BBISIBICHB TEHOTHUITMYECKHE BapHUAHTHI
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T€HOB, TOCTOBEPHO ACCOIMMPOBAHHBIE C PA3BUTHEM W KIMHUYECKUMHU (Dopmamu
KEHCKOT0 OECIUIONus, CIOCOOCTBYIONIME JTydllleMy MOHMMAaHHUIO ATHOMATOreHe3a
PENPOIYKTUBHOTO  HApPYIIEHHWS, 4YTO SBIACTCS €Il OJHWM IIIaroM K
MePCOHU(PUITUPOBAHHON METUIINHE.

[IpakTrUyeckas 3HaYUMOCTh PE3YJIbTATOB MCCIEHOBAHUS OOBESICHSETCS TEM,
YTO KOMIUIEKCHOE 00CJIEeIOBaHUE C PETUCTPALell TOPMOHAIBHBIX U TCHETUYECKUX,
napamMeTpoB U MO3BOJUT MPOTHO3UPOBATh PA3BUTHUE IMEPBUYHOTO OECIUIONUS Y
KEHIIIMH.

BHenpenue pe3yJbTaToB HcciaeqoBaHus. Ha ocHOBe HAyYHBIX pe3yJIbTATOB,
MOJIYYEHHBIX Ha OCHOBAaHHHU MOJIEKYJIIPHO-TE€HETUYECKUX aCIIEKTOB
PENPOIYKTUBHON AUCHYHKIIUN U PA3BUTHSI TIEPBUYHOTO OCCIUIONUS Y KEHIITUH:

nepeas HayyHas HOGU3HA: HA OCHOBE BBISBIEHUS YUCIOBBIX U CTPYKTYPHBIX
XPOMOCOMHBIX aHOMAJIHUI B CTPYKTYPE HUTOTC€HETHUECKUX HApYIICHUHN Y KEHITUH
C HapymieHueM (QepTUILHOCTH JOKa3aHHOCTh POJIM XPOMOCOMHBIX W TEHHBIX
HapyUICHUH B MaTOTE€HE3€ PENPOIYKTUBHON TUCHYHKIIUU Y KEHITUH Y30eKUCTaHa,
BKJIIIOYEHO B COJIEpKAHUE METOJMYECKOW peKkoMeHAanuu «Jluarnoctuka
nommmop¢uzmoB A1298C u C677T rena MTHFR npu 6ecninoguu u npuBbIYHOM
HEBBIHAIIMBAHUU OCPEMEHHOCTHY, YTBEPKJIEHHON KOOPJIUHAIIMOHHO-3KCIIEPTHHIM
coBeToM PecmyOnMKaHCKOTO — CIEIUANIM3UPOBAHHOTO  HAYYHO-TIPAKTHYECKOTO
MEMIMHCKOro meHTpa remartosorud Ne 7/1 ot 15 aBrycra 2023 roga. JlanHoe
NPEeaJIOKEHUE BHEAPEHO B TMPaKTUKy TMpukazamMu 1o PecmyGnukanckomy
CIEIUATM3UPOBAHHOMY  HAYYHO-TIPAKTHYECKOMY  MEAWIMHCKOMY  IICHTPY
remarosiorurt Ne 7/1 ot 15.08.2023 roxa, a taxxke nadopatopuu u kinuHuke OO0
«DoktorD-IVF» Ne 3 ot 24.07.2023 roma (3akiroueHue HaydHO-TEXHHUECKOTO
coBeta Munszapasa Ne02/37 ot 8 urons 2024 rona). Coyuanvhas s¢hgpexmusnocmo.:
Ha OCHOBE ITUTO- U MOJIEKYJISIPHO-TEHETUYECKUX MCCIIEIOBAHNUN YCTAHOBIICHA CBSI3b
MEKJy BO3pacToM U rnokaszareinsimMu TMU XpoMOCOMHBIX U I'€HHBIX HAPYLICHUH B
MaTOTCHE3e  PENpOMYKTUBHOW  AUCHYHKIMM y  KCHIIMH  Y30CeKHCTaHa,
XapaKTEPUCTUKA JUIMTEIIBHOCTH OECIJIONUsA B TMOATPYNNaxX MalUeHTOK, pPOJb
BO3pacTa B PENPOAYKTHMBHBIE TPOOJIEMBI, POIb 3a00JIEeBaHUN DHIOKPHUHHON
CUCTEMBI, BJIMSIONIMX HA 3J0POBBE KCHINWH, BIUSHUC CHIDKCHHSI OBapHUAILHOTO
pe3epBa U yXYIIICHUS KadyecTBa SIMIEKIETOK HA PEMpPOAYKTHUBHBIE UCXOJbI, YTO
MO3BOJIMJIO  YCOBEPILIEHCTBOBATh  MOPSIOK  JMATHOCTUKU.  IKOHOMUYECKas
sgpgpexmusnocms. B pe3ynbrare NpPOoPUIAKTUKH OeCIuiogus y JKEHIIUH
JIETOPOJHOTO  BO3pAcTa, MPEAYNPEKICHUS BbI3BAEMBIX HMMHU TCUXHYECKHUX
M3MEHEHUHN M COXpPaHEHUS CEMbH, a TAaK’K€ BOCCTAHOBJICHHS 3I0POBbBS MMAIIMCHTOB,
oynet cakoHomsieno 15600000 cywm, 3aTpaurBaeMbIXx Ha CTAI[MOHAPHOE JICUCHUE
JaHHOTO 3a00JIeBaHMs OJIMH Pa3 B IO/l B TEUCHHUE CEMU JTHEH;

8mMopas HAy4Hasi HO8U3HA. 0OOCHOBAHUE YACTOThl U MYTALIMOHHBIX CIEKTPOB
CUCTEMHBIX TEHOB TOPMOHAJIBHOW PpETYNAINH, YYaCTBYIOIIUX B KOHTPOJE
domnmukynoreneza (A2039G FSHR, Ala593Pro LHCGR) u oueneHna ux poib B
naToreHe3e OECIUIOAMS y KEHIIHWH, a TakXke Leaecoo0pa3HOCTH T€HETUYECKOTO
TECTUPOBAHUS AJICIHHOTO MOIMMOpP(HU3Ma TEHOB-MPOTHOCTUYECKUX MAapKEPOB B
IIPOTHO3UPOBAHUM PHUCKA HaAPYIICHUS (EPTHIBHOCTH, BKIIOUCHO B COJACpIKAHUE
MeToandeckoi pekomeHaanuu «Junarnoctuka nomumopduszmoB A1298C u C677T
rena MTHFR npu Gecruioguu ¥ NMpUBBIYHOM HEBBIHAIIMBAHUM OE€PEMEHHOCTH,
YTBEP)KJICHHONH  KOOPJIWHAIIMOHHO-3KCIIEPTHBIM ~ COBETOM  PecmyOmKaHCKOTo
CHEIUaTN3UPOBAHHOTO HAYYHO-TIPAKTUYECKOTO MEUITUHCKOTO IEHTpa
remarosioru Ne 7/1 ot 15 aBrycra 2023 rona. /laHHoe mpeIoKeHHE BHEAPEHO B
NPAKTUKY TpHKa3zaMu 1o PecmyOnuKaHCKOMY CHEIUaIN3UPOBAaHHOMY HAyYHO-
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MPaKTUIECKOMY MeAUIIMHCKOMY 1eHTpy remarosioruu Ne 7/1 ot 15.08.2023 roxa, a
takoke Jadoparopun u kauHuke OO0 «DoktorD-IVF» Ne 3 ot 24.07.2023 rona
(3axnmrouenne HayuHo-texamueckoro coBera Munznpasa Ne02/37 ot 8 urons 2024
roga). Coyuanvnas >¢gexmusnocms: Ha OCHOBE LUTO- M MOJEKYJSIPHO-
FeHETUYECKUX HCCIEAOBAaHUI  YyCTAaHOBJIEHA CBS3b MEXKAY BO3pacTOM U
nokazaremssMu  TMU  XpOMOCOMHBIX M T'€HHBIX HapyLICHWH B NaTOTEHE3e
PENPOIYKTUBHOM TUCHYHKIMH Yy OKEHIIMH Y30€KHCTaHa, XapaKTepUCTHKA
JUIMTEIbHOCTH  OECIUIOUsT B MOJArPYyIIax MalMeHTOK, poJib Bo3pacTa B
PENpPOAYKTUBHBIE TMPOOJIEMBbI, pOJb 3a00JEBAaHUN HSHAOKPUHHOW CHCTEMBI,
BIIUSIIOIIUX HA 3]I0POBbE KEHIIMH, BIUSHUE CHUXKEHUS OBapUaJILHOTO pe3epBa U
YXYALIEHUSI KauecTBa SUIEKIETOK Ha PENpPOIyKTUBHBIE MCXOJbI BO3PACTHOE, UTO
MO3BOJIUJIO  YCOBEPIICHCTBOBATh  MOPSIOK  JUATHOCTHKH.  ODKOHOMUYECKas
aghpexmusnocmsp. B pe3ynbTaTe MNPOQUIAKTAKH OCCIUIONHMS Y  IKEHIIUH
JACTOPOJHOTO BO3pacTa, MPEAYNPEKICHUS BBI3BAEMBIX HMH TMCHXHYECKUX
M3MEHEHUHN U COXPAaHEHUS! CEMbH, a TAaK)KE BOCCTAHOBJICHUS 3/10pOBbs NAIIUEHTOB,
oynetr cakoHomsieno 15600000 cywm, 3aTpaurBaeMbIX Ha CTAI[MOHAPHOE JICUCHUE
JaHHOTO 3a00JIeBaHMUs OJIMH Pa3 B rOJl B TEUCHHUE CEMU JTHEH;

mpembs HAYYHAas HOBU3HA. TOKA3aHHOCTb YaCTOTHI U MYTaIIMOHHBIX CIIEKTPOB
reHoB (OJIATHOTO IMKJIA y JKCHIIUH ¢ HapylIeHueM (epTUIIHbHOCTH, a TaKKe POJr
nosmmMoppusmoB C677T rema MTHFR um A66G rema MTRR B pa3sutun
HEBBIHAIIMBAHUS OEPEMEHHOCTH MPU EPBUYHOM OECIUIOANH Y KEHIINH, BKIIOUEHO
B COJIEp’KaHWE METOAMYECKON pekoMeHmanuu «JlunarHoctuka moaumMop(hu3MoB
A1298C u C677T rena MTHFR nipu Oecriioiuu ¥ IPUBBIYHOM HEBBIHAIIMBAHUHT
OEpeMEHHOCTH»,  YTBEP)KIACHHOW  KOOPAUHAIIMOHHO-3KCIIEPTHBIM  COBETOM
Pecmy0nmkaHCKOTO ClienuaTn3upOBaHHOTO HAYYHO-TIPAKTUIECKOTO MEAUIIMHCKOTO
nenTpa rematojorud Ne 7/1 ot 15 aBrycra 2023 roga. /laHHOE MpeaIoKeHHE
BHEJIPEHO B MPAKTUKY MpHKa3amMu 1o PecrnyOnnkaHCKOMY CEIIUaTM3UPOBAHHOMY
HAYYHO-TIPAKTUIECKOMY MEAUIIMHCKOMY IIeHTpY remarosiorun Ne 7/1 ot 15.08.2023
roja, a Takxke gadoparopun u kiauHuke OO0 «DoktorD-1VF» Ne 3 ot 24.07.2023
roga (3axirouenue Hayduno-texuuueckoro coBera Munzapasa Ne02/37 ot 8 utoss
2024 rona). Coyuanvhas 3¢pgekmueHocms: Ha OCHOBE IIUTO- U MOJICKYJISIPHO-
TEeHETUYECKUX HCCIIEJOBAaHUM YCTAHOBJIEHA CBSI3b MEXIY BO3pacToM U
nokazaremssMu  TMU  XpOMOCOMHBIX M TE€HHBIX HAapyLIEHHM B NATOTEHE3E
PENPONYKTUBHON TUCHYHKIIMM Yy OKEHIIMH Y30€KHCTaHa, XapaKTepPUCTHKA
JUINTENBHOCTH OecIyiogusi B MOATpyINIax MalKdeHTOK, poJib BO3pacTa B
PENPOAYKTUBHBIE TPOOJIIEMBbI, pOJb 3a00JE€BaHUN HSHAOKPUHHOW CHCTEMBI,
BIIUSIIONIUX HA 3JI0POBHE KEHIIMH, BIUSHUE CHUXEHUS OBapUaIBLHOTO pe3epBa U
YXYAIIEHUSI KauecTBa SUIEKIETOK Ha PENpOIyKTUBHBIE MCXOJbI BO3PACTHOE, UTO
MO3BOJIMJIO  YCOBEPIICHCTBOBATh  MOPSAAOK  JAMATHOCTUKH. IDKOHOMUUECKAas
apgpexmuenocmy. B pe3yinbTaTe MNPOPMIAKTUKH OECIUIonusi y IKEHIIUH
JACTOPOJHOTO BO3pacTa, MPEAYNPEKICHUS BBI3BAEMBIX HMH TICHXHYECKUX
M3MEHEHUN M COXPAHEHHUS CEMbH, a TAK)K€ BOCCTAHOBJICHHUS 37]0POBbs MAIUEHTOB,
oynet caxkoHomsieno 15600000 cywm, 3aTpaurBaeMbIXx Ha CTAI[MOHAPHOE JICUECHUE
JaHHOTO 3a00JIeBaHMs OJIMH pa3 B r0Jl B TEUCHHUE CEMU JTHEH;

yemeepmas HAY4YHAs HOBU3HA. HA OCHOBE pE3yJIbTaTOB MOJIEKYJISIPHO-
TCeHETUYECKUX HUCCIICIOBAaHUMA JOKa3aHHOCTh METOa TMEPBUYHON MpoduIakTUKu
Oecrioust A7l BOCCTAaHABJICHHSI PETPOTYKTUBHON (DYHKIIMU U TPEIOTBPAIIICHUS €€
HapylIeHU y Y30€KCKHX J>KEHLIMH, BKJIIOYEHO B COJIEpP)KaHHE METOIUYECKON
pekomenaanuu «Jluarnoctuka nomumopduzmo A1298C u C677T rena MTHFR
npu OECIUIOANH U MPUBBIYHOM HEBBIHAIIMBAHUH OCPEMEHHOCTH, YTBEPKICHHON
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KOOPJIMHAIIMOHHO-3KCIIEPTHBIM COBETOM PecmyOnmkanckoro
CHEeUaIN3UPOBAHHOTO HAy4YHO-TIPAKTUYECKOTO MEIUIMHCKOTO LEHTpA
remarosioruu Ne 7/1 ot 15 aBrycra 2023 rona. JlaHHOE TpesIO’KEHIE BHEAPSHO B
MPAaKTUKy MpHUKa3aMu Mo PecmyOirMkaHCKOMY ClENHMaIN3upPOBAHHOMY Hay4yHO-
HPaKTUYECKOMY MEIUIIMHCKOMY IeHTpy remarosiorud Ne 7/1 ot 15.08.2023 rona, a
takxke nadoparopun u ximHuKe OO0 «DoktorD-IVF» Ne 3 or 24.07.2023 roxa
(3axmoueHre HayuHo-texuuueckoro coBera Munszapasa Ne02/37 ot 8 uromns 2024
rona). Coyuanvuas >¢gexmuenocms: Ha OCHOBE ILIHUTO- U MOJIEKYJSPHO-
TCeHETUYECKUX HCCIECJOBAHUM YCTAHOBJIIEHA CBSI3b MEXIy BO3pacToM U
nokazarensiMu TMUW  XpOMOCOMHBIX W TEHHBIX HapylIEHUW B TMaTOreHese
PENpPOAYKTUBHOM JUCHYHKIMKM y OKEHIIMH Y30€KHCTaHa, XapaKTepUCTUKa
JUIATEIBHOCTH OecIyionusi B MOATPYINIAax MalMeHTOK, poJib BO3pacTa B
PENpPOYKTUBHBIE MPOOJIEMbI, pOJIb 3a00JIeBaHUN SHIOKPUHHOW CHUCTEMBI,
BIUSIONINX Ha 3/I0POBBE JKEHIIHMH, BIUSHUE CHIDKCHUS OBApUATBbHOTO pe3epBa U
YXyALIEHUS] KayecTBa SUIEKICTOK Ha PEenpOAYKTUBHBIE MCXObl BO3PACTHOE, YTO
MO3BOJIMIO  yCOBEPIICHCTBOBAaTh  MOPSAJOK JAMATHOCTUKU. IKOHOMUUECKas
aghpexmusnocms. B pe3ynbTaTe MNPOPUIAKTUKH OCCIUIONUS Y  KEHIIUH
JIETOPOJHOTO BO3pacTa, MNPEAYNPEeKICHUS BbI3BAEMBIX HMHU IMCHUXUYECKUX
W3MEHEHUN M COXPAHEHUs CEMbH, a TAK)K€ BOCCTAHOBJICHHUS 37I0POBbBS MAIlUEHTOB,
oynet cakonomuieHo 15600000 cywm, 3aTpaunBaeMbIX Ha CTAI[MOHAPHOE JICUCHUE
JaHHOTO 3a00JIeBaHuUs OJIMH pa3 B roJl B TECUEHUE CEMU JTHEH.

Anpobauus  pe3yJbTaTOB  HMCCJIeI0BaHusl. Pe3yinprarel  JaHHOTO
UCCIIEZIOBaHUS OOCYX/IE€Hbl Ha 4 HayYHO-IIPAKTHUYECKUX KOH(PEPEHLHUSAX, B TOM
Yucjie€ Ha 2 MEXAYHApOJIHBIX U 2 PECIyOJIMKAHCKUX HAyYHO-TPAKTUYECKHUX
KOH(epeHLHsIX.

Ony0/MKOBAaHHOCTH pe3yabTaTOB HccaeaoBanusd. [lo Teme auccepranuu
omyOIMKOBaHO Bcero 12 HaydHbIX pabOT, B TOM uHclie 6 KypHaJIbHBIX CTaTed B
HAay4YHbIX H3JAHUAX, PEKOMEHJIOBAHHBIX BhICIIEN aTTECTAMOHHON KOMMCCHUEN
PecniyOnuku Y30ekuctan i MyOJIMKAIMM OCHOBHBIX HAYYHBIX pE3yJIbTaTOB
JUCCEepTAIIHii, U3 HUX 5 B pecIyONMKaHCKHX U 1 B 3apyOe)KHBIX HAYYHBIX )KypHaJax.

Crpykrypa m o0beM aucceprauum. J[uccepramusi COCTOUT W3 BBEACHUS,
OSTH [JIaB, 3aKJIIOYEHUs] W CIHMCKa HCIOJb30BaHHOM maurepaTypbl. OO0bemM
auccepTamuu coctaBiser 120 crpanwmi.

OCHOBHOE COJEPXAHUE JUCCEPTALIUUA

Bo BBegeHMH NpEICTaBIECHbl AaKTyalbHOCTh M BOCTPEOOBAHHOCTH TEMBI
JUCCEPTALIMOHHON  padOTbl M NPOBEICHHOIO  HMCCIENOBaHUSA, OTMEUYEHO
COOTBETCTBHE HCCIICIOBAHUI MPUOPUTETHBIM HANpPABICHUSAM Pa3BUTUSA HAYKU U
TexHoJiorui PecriyOnuku ¥Y30ekucTaH, moka3aHa CTeleHb M3y4eHHOCTH MPOOJIeMBl,
chopMyIUpPOBaHbI 1I€JIb U 331a41 UCCIIEI0BaHUS HAy4YHAasi HOBU3HA U IPAKTUYECKUE
pe3yabTaThl UCCIEAOBAHUS, PACKPHIBAIOTCS HAYYHAs] U MPAKTUYECKAs] 3HAYUMOCTh
MOJIYYEHHBIX PE3YyJbTAaTOB, BHEIPEHHUE B NMPAKTUKY PE3YyJbTATOB HCCIIECIOBAHMS,
CBEICHMSI 110 OMTyOJIMKOBAaHHBIM paboTaM U CTPYKTYpe AUCCEPTAIIH.

B nepBoii riaase auccepranuu «JIluteparypHblii 0030p» 1o pe3yibTaTaM
0030pa Hay4HOU JIUTEpaTyphl U3JI0KEHBI CBEJIEHUS O OECIIONNU, a TAKKE JaHHBIE
0 PpAacHpOCTPaHEHHOCTH JKCHCKOro Oecruiogus. B YacTHOCTH, paccMOTpPEHBI
OpUYMHBI HapylieHus ¢epTuinbHOCTU. OTIETbHO OMMCaHbl OCHOBHBIE (PAKTOPBI,
UTPAIOIINE BAXKHYIO POJIb B MATOT€HE3€ MEPBUYHOIO KEHCKOro Oecruious. J(aHbl
MPEACTABJIICHUS] O JMATHOCTHKE TpPH HapymieHUH (HEPTUIHLHOCTH Yy IKEHIIUH,
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BKJIIOYasl CTaHAAPTHOE  LMTOTCHETHUYECKOE  HCCIECIOBAHME  MOJIEKYJSIPHO-
reHeTUYecKoe uccuegoBanue. [Ipu 3ToM mog4epKuBaeTCss B3aUMOIOMIOIHAEMOCTD
pE3yNbTaTOB TEHETHUYECKUX METOAOB IMPH MCCIIETOBAaHUH KEHCKOro Oecioaus. Ha
OCHOBAaHMWM AaHaiIW3a JaHHBIX, NPEACTAaBICHHOW B JIMTEpaType, OTMEYEeHa
aKTyaJbHOCTh OECIUIONMS Y )KEHIIIUH U JAHO 00OCHOBAHKME HAYYHO-TEOPUTUUECKOTO
MHTEpeca W TMPAKTUYECKOW 3HAUYMMOCTH  paccMaTpuBaeMoOil  MpoOJIeMBl,
ONpeaeIUBIINI HEOOXOIMMOCTh TPOBEICHUS HACTOSIIETO UCCIICAOBAHMUS.

Bo BTOpOIi ri1aBe nuccepranuu «MaTepuajbl 1 METOAbI MCCJIEI0BAHUSD)
OCBEILIEHBI OOBEKTHI U METOBI UCCIIEIOBAaHUS, UCTIOIb30BaHHbIE B padoTe. [laeTcs
XapaKTEepUCTUKA HCCIEAyeMOU BBIOOPKH, KOTOpYIO cocTaBuiu 109 manmeHTok
(ocHOBHas rpymnma) C HapylmleHHEM pemnpoaAyKTUBHON (yHkuuu, a Takxe 105
YCIIOBHO-3/I0POBBIX >KEHIIHUH (IpyIIia KOHTPOJisA). JleTallbHO OmMMCaHbl KPUTEPUU
BKJIFOYEHUS] W HEBKIIOYEHUS >KEHIIWMH MJI1 JAHHOTO WCCIENOBaHUA, Kak s
OCHOBHOW T'pYIIbI, TaK W JUJISl TPYIIIBI KOHTPOJIs. [TameHTKkn OCHOBHOM I'pYIIIIbBI
ObLITH paziesieHbl Ha moArpybl: 40 >KEHITUH ¢ )KeHCKUM OecrtonueM, 38 >KeHIIUH
C KOMOMHHPOBAHHBIM OECIIJIOUEM — COUETAHUE KEHCKOTO U MYKCKOro (pakropa u
31 >)keHIMHA C HEBBIHANIMBaHUEM OepeMeHHOCTH. HeBbiHamMBaHEe OepeMEHHOCTH
paccmarpuBaeTcs, Kak (akTop NEpBHUYHOTO Oecryionus, Korjma OepeMeHHOCTb
npepBanach 10 5-6 HEAETb.

B cooTBeTcTBUM ¢ 3a1a4aMU UCCIIEA0BAHUS XapAKTEPU3YETCS UCIIOJIB30BAHHAS
METOJOJIOTUSl ~ M3YyYEHHUs  KIMHHMKO-TA0OPATOPHBIX,  IIUTOICHETUYECKUX U
MOJIEKYJIIPHO-TEHETUYECKUX METOJOB HCCIIEIOBAHMS M IOKa3areyied KpoBu. B
3aKJIFOUEHUHU BTOPOU TJIaBbl JaeTcss 000OCHOBAHUE BbIOOpA CTATUCTUYECKUX TECTOB
U TI0Ka3aTelel ¢ y4yeToM XapakTepa JaHHBIX, BKIIOYEHHBIX B MCCIIECIOBAHUE U
YKa3bIBAE€TCA YPOBEHb 3HAYMMOCTHM MOKA3aTels JOCTOBEPHOCTH pasmmuuii (y2,
p<0,05 u noBeputenbHbI nHTEpBaN 95%CI (95%111)).

B TpeTneit, yeTBepTOl U MATOM ri1aBax, MPUBEEHBI PE3YIbTaThl COOCTBEHHBIX
MCCIIEI0BAHUM U UX 00CYK/ICHHE.

B Ttperbeit rnaBe aucceprauny «CpaBHUTeENbHAsi OLEHKA KJIWHUKO-
JJa0OpaTOpPHBIX MOKAa3aTejiell B NAaTOreHe3e HapylleHUNl (epTUIbHOCTH Yy
JKEHIIMH» TPEJCTaBICHBl PE3yJbTaThl M3YyYEHUS KIMHUKO-IUArHOCTUYECKHUX
napaMeTpoB HapylLIeHUs (PEPTUIBHOCTH.

B Hameil paOoThl ObLTM BBISIBJIEHBI KOPPEJALMHA C BO3PACTOM, MMOKA3aTEISIMU
NMT u onmcana XapakTepuCTHUKa MPOJOJDKUTEILHOCTH OECIUIONMS y TAIMEHTOK
MEXAy MOArpynnamMu. AHaJIW3 BO3pacTa KEHIIMH M0Ka3aj, 4TO BO3pPAacT UIPaeT
BaYKHYIO POJIb B PENPOLYKTUBHBIX MpodsieMax. CHUXKEHUE OBApUAIBHOTO PE3EPBA,
yXyALIEHUE KauecTBa SIMIIEKIETOK BHOCAT BKJIAJ B CHI)KEHUE (PEPTUIIBHOCTH 10
Mepe CTapeHus KeHIIMHBL. Bo3pacTHas kareropus 22-30 neT B OCHOBHOM TpymIie
UMeeT HanOOJIBIIUI MPOLICHT KEHUIUH ¢ HapyleHussMu peptunbHocTH (56%), 4TO
MOTYEPKUBAECT BAXKHOCTh paHHEH TMAarHOCTHKH U JIeYeHHs. 3/1eCh BaXKHO o0palarth
BHUMAHHE HAa SHJIOKPUHHBIC HAPYUIEHUS, BIUSIONIME Ha 3J0POBbE >KCHILMHBI.
HecMoTpsi Ha OTHOCHTENHHO MEHBIIWN TMPOIEHT HAPYIICHUNW (PEPTUILHOCTH B
Bo3pactHoM kareropuu 31-38 net (38.5%), BO3pacTHOE CHUKEHHE OBapUaIbLHOTO
pe3epBa M yXyAIICHHE KauyecTBa SUIEKIETOK SIBISIOTCS 3HAYUMBIMU (akTOpamu,
KOTOpBIE MOTYT MOBJMATh Ha PENpOAYKTHBHBIE McXojbl. IlepBuunoe Oecruioaue
yalie BCTPEYaeTCs Y KEHIIUH ¢ HapylleHueM (hepTUIILHOCTU A0 5 JIET, UTO CBS3aHO
C SHJIOKPUHHBIMH HApYILIEHUSAMH, TAKUE KaK HEJOCTATOYHOCTH JOTEMHOBOMN (a3bl
Y IIPEKIEBPEMEHHAs OBapuaibHasi HELOCTaATOYHOCTh. AHAJIN3 JAHHBIX I0KA3bIBAET
3HaUUMYI0 Koppemsiuuio Mexay NUMT u penpoAayKTHUBHBIMH MpoOJIeMaMHu Y
*KeHIMH. JKeHIIMHbI B OCHOBHOHM TIpylne HUMEIT 00jiee HU3KUNA MPOLEHT
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HOPMAaJILHOM MAaccChl TeJla MO CPABHEHUIO C KOHTPOJIbHOU rpynmoit (76.1% u 87.6%
COOTBETCTBEHHO), YTO YKa3blBa€T Ha BiusHUE noBbllIeHHOro HWMT Ha
penpoAyKTUBHBIE TpoOsieMbl. M30pITOUuHAas Macca Tela HEraTWBHO BIUSIOT HA
TOPMOHAJIBHBIA OanaHC, OBYJISIUIO, KAYeCTBO SIMIIEKIETOK M SHAOMETPHS, YTO B
CBOIO OYEpEIb YXYILIAET PEHpOAYKTHBHYIO (PyHKIMIO. OXKHUpPEHHE 3HAUUTEIBHO
CHIDKAaeT (PepTHIIBHOCTh 3a CUYET MOBBIIICHUS pPHUCKA AHOBYIISIIIUH, CHIKEHUS
KayecTBa SULEKIETOK M HU3MEHEHMsI CTPYKTYpPbl SHAOMETPHUS, UTO 3aTPYyIHSET
MMIUTaHTaUI0 YMOPHOHA.

HccnenoBanne >XEHCKOW pPENpPOAYKTUBHOM (DYHKIIMU BKIIOYAT HCTOPHIO
MEHCTPyaJlbHOM (YHKLIMM C OLEHKOM Hayajla MeHapxe, JINTEIbHOCTH
MEHCTPYaJIbHOTO LUKJIA, JJINTEIbHOCTH MEHCTPYaIlH, XapakTepa MEHCTpYyallHii, a
Takxke (GopMbI HapylIeHUs: MeHCTpyaibHOTO nkia (Taom. 1)

Taoauna 1
CpaBHUTe/IbHAS XaPAKTEPUCTHKA MEHCTPYAIbHON (PyHKIMH Y KEHIIUH C

H® 1 KOHTPOJIbHOU IPYIIION

OcHoBHas rpynna (n=109)
[apamerp XKenckoe Kom6-toe | HepbiHamupanue | KOHTPOJIbHAs
Oecruiogue | Oecruioaue 0epeMEHHOCTH rpynna
(n=40) (n=38) (n=31) (n=109)
Bo3pact menapxe (sier) | 13,36+0,32 | 13,07+0,21 13,15+0,29 13,27+0,16
JlanTeabHOCTh
MeHCTpyajabHOro nukjaa | 36,23+1,45 | 31,16+1,73 26,25+1,28 27,21+1,27
(21-35 nueii)
JIuTeIbHOCTD 4,1+0,48 4,8+0,21 4,8+0,21 4,1+0,87
MeHCTpYyalnuu, (Jineii)
n % n % n % n %
TI'unepmencrpyaasnsiii | 10 | 9.2% | 6 | 5.5% 4 3.7% - -
CHHIPOM:
TUIIEpMEHOpes 7 | 64% | 2 1.8% 1 0.9% - -
MEHOpparuu 3 128% | 4 | 3.7% 2.8% -
I'unomencrpyaabublii | 24 | 22% | 14 | 12.9% 18 16.5% 9 8.6%
CHHIPOM:
OTICOMEHOpEs 6 | 55% | 5 | 4.6% 5 4.6% - -
OJIUTOMEHOpEest 7 |1 64% | 4 | 3.7% 13 11.9% 9 8.6%
ameHopest 11 |10.1% | 5 | 4.6% - - -
JucmeHopes 32 [29.3% | 10 | 9.2% 11 10.1% 20 | 19.04%
nmMcC 16 (14.7% | 9 | 8.2% 18 16.5% 28 26.6%

JlaHHBIE HAPYIICHUSI PENPOTYKTUBHON (DYHKIIMU 11O (OpME U TUITY Y KSHIITUH
¢ 6ecryIoIMeM U HEeBBIHAIIIMBAaHUU OEPEMEHHOCTH MPE/ICTABJICHBI B Ta0IUIIE 2.

AHaJIM3 JTaHHBIX TOKA3bIBAET, UTO Y YKEHIIUH C Pa3IMYHbIMU HAPYIICHUSIMU
bepTUILHOCTH HAOJII0AI0TCS 3HAUUTENIBHBIC PA3IUYMS B HACTOTE Pa3InUHbIX (OpM
U TUIOB HapylleHWd penpoaykTuBHOW ¢yHkuuu. Haunbonee wyacTeiMu
HApYIICHUSIMA Y JKCHIIUH C TEPBUYHBIM O€CIUIOUEM SBIISIOTCS amMeHOpes U
TUINIEPrOHAIOTPONHBIN TUIOTOHAIU3M, TOT/Ia KaK y KEHIIUH C HEBBIHAIIMBAHUEM
OepeMEeHHOCTH HanboJIee 9acTO BCTPEYACTCS HEIOCTATOYHOCTD JIFOTEMHOBOM (pa3bl
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U AQHOBYJISLMS. DTU JaHHbIE MOJAYEPKUBAIOT HEOOXOIMMOCTh MHIAWBUYyABHOTO
MoJIX0Ja K JHUarHOCTUKE M JICYCHHIO pa3iuyHeix (opm Oecrionus u
HEBBbIHAIIMBAHUS OEPEMEHHOCTH.

Taoauna 2
Yacrora HapyumecHuUus q)epTl/IJIBHOCTI/I IPHU pa3s/iIMYIHbIX NMATOJOI'NYCCKHUX
COCTOAHUAX
OcHoBHas rpynna (n=109)
Iapamerp Kenckoe Kom6unupoBanHoe Hesbinammsanue
oecrutonue (N=40) | becrutoaue (N=38) pepemennocTr(n=31)
n % n % n %
HenocraTounocrnb 0 0 0
JTernHoBoil ¢a3sl HIID 10 9.2% 8 7.3% 22 20.2%
AMeHoOpest 13 11.9% 5 4.6% - -
AHOBYJISIINA 24 22% 8 7.3% 18 16.5%
I'mnepronaxoTponHbIin 15 13.8% 4 3.7% 2 1.8%
THTIOTOHATM3M
TunoronaxorpomHeLi 17 |156% | 6 5.5% 10 9.2%
THTIOTOHA/TM3M

OnHuMU U3 TUAarHOCTUYECKUX MApKEPOB, HTPAIOLIUE BAXKHYIO POJIb B OLICHKE
pUCKAa HEBBIHAIMBAaHUA OEPEMEHHOCTH, SIBISIOTCS YPOBEHb TOMOLIMCTEMHA U
BUTAaMHHOB Tpynnbel B (¢domar, Butamun B6 u Butamun B12). Pe3ynbrarsl
(oJIaTHON HEAOCTATOYHOCTH Y JKEHIIMH C HAPYIIEHHEM (QEPTHIIBHOCTU U B TPYIIIE
KOHTPOJIS MIPEACTABJICHBI B TAOIHILIE 3.

Tadoauua 3

PesyabTarsl po1aTHON HELJOCTATOYHOCTH Y KEHIIUH ¢ HAPYLIEHUEM

(epTHIBLHOCTH M B IPyIIe KOHTPOJIS

OcHoBHuas rpynna(n=109) Komrp.

Kenckoe Kom0-HOE Heprinam-¢ rpynna

Hapamerp Oecruiogue | Oecruromue OepeM-TH Bcero (n=105)

(n=40) (n=38) (n=31)

n % n % n % n % n %
I'unepromoun-mus | 11 | 10.1% | 8 7.3% | 24 22% 43 1394% | 4 3.8%
Nedunut poaara | 15 | 138% | 12 | 11% | 27 | 248% | 54 |49.6% | 8 7.6%
HNepuuur BuTr B6 | 12 | 11% | 10 | 9.2% | 22 | 202% | 44 |404% | 8 7.6%
HNepuuut Bur B12 | 11 | 10.1% | 9 83% | 19 | 17.4% 39 [ 358% | 7 6.7%

3HAYUTEIBHO BBICOKUN YPOBEHb THIIEPTOMOLIMCTEMHEMUN B OCHOBHOM TpyTINe
M, OCOOCHHO B MOATPYMIE C HEBHIHAIIMBAHUEM OEPEMEHHOCTH YyKa3bIBaeT Ha
BXXHYIO POJIb TOMOIIMCTEMHA B HAPYHICHHSIX (PEPTUILHOCTH, B TOM YHUCJE Ha
Ka4eCTBO SMUEKJIETOK 3a CUET IOBBIMIEHUS YPOBHS OKHUCIUTEIBHOTO CTpecca U
HapyweHnus metunupoBanus [JHK.

Hedunut dosata B OCHOBHOM TPYMIIE 110 CPABHEHUIO C KOHTPOJIBHOM TPYIIION
MOATBEPKIAET BAXKHOCTD (hotaTa JAJisi HOpMaJIbHOM PENpOlyKTUBHON (YHKIIUU, TaK
kKak (QosueBas kuciora Heobxoauma st cuHTe3a JJHK u meTunupoBaHus, 4TO
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KPUTUYHO MJIi HOPMAJIBHOTO JEJIEHUS KIETOK M pa3BUTHa IoAa. [leduuut
BUTaMHHAa B6 B OCHOBHOW rpymme Mo CpaBHEHHIO C KOHTPOJBHOM IPYIIION TaKxKe
CBSA3aH C HapyUICHHMEM MeTa0oJu3Ma TOMOIMCTEHHA W TIOBBIIICHHEM pPHCKa
HEBbIHAIIMBaHUs OepeMeHHocTH. Butamun B6 Baxen g Meraboiamsma
aMUHOKHCIIOT M CHHTe3a HeHpoTpaHcMutTTepoB. Jlepummr Butamuna Bl12 B
OCHOBHOM TpynIe MO OTHOIIEHUIO C KOHTPOJIBHOW TPYIIION YKa3bIBa€T HA €ro
BaXXHOCTb B HapyuleHuH ¢eprunbHocTd. Butamun B12 Heobxonum st cuHTE3a
JIHK u HOpmasibHOro merabonm3ma romoiucrenHa. Jedumur Buramuna B12
TAaK)K€ MOXKET IPHUBECTH K AaHEMHM, YTO MOXET HETaTUBHO IIOBJIMATH HA
PENPOLYKTUBHOE 3/I0POBbE.

B 4erBeprOil riIaBe JMccepTalUd  «AHAJU3 POJH  XPOMOCOMHBIX
U3MEHEHUH B MexaHu3Me (JOPMHUPOBAHNS NEPBUYHOIO 0ECIVIOAMA Y KEHIIMH»
IIPEICTABIICHBI PE3YJIBTATHI [IUTOTEHETUYECKOTO UCCIIETOBAHMS.

Hame wuccnenoBaHue MoOKa3zajlo, YTO YacTOTAa IIUTOT€HETUYECKHUX HAXOJI0K
(BkJrOUass MOAUMOP(PHU3M JUIMHBI XPOMOCOM) B KApUOTHIAX JKEHILIMH COCTaBUJIa
27,5%, n3 aux 11,9% u3MeHeHH MPECTaBIISIIH COO0M XPOMOCOMHBIE abepparui,
KOTOPbIE MOTIJIN ObITh TPUYUHON HAPYIIEHUS PENPOAYKTUBHON (YHKINUH Y dKEHITUH
Y TIOBJMATh HAa HEBBIHAIIMBaHHWE OepeMEHHOCTH. BhicOKas pacnpoCTpaHEHHOCTb
XpPOMOCOMHBIX aHomanui (4,6%) HaOmomanach Takke Yy MalUEHTOK C
HeBbIHaImMBaHueM o0epemenHoctH (Puc.1, Taou. 4).

OcHOBHasl rpymnmna >KeHIIHUH ¢ I'pynnia koHTpOISA
HapyleHueM (HepTHUIIbHOCTH

3.8%

15.6%

11.9% ‘

72.5%
96.2%
= HopmaJlbHBIi KapUOTHIIL
= XpOoMOCOMHBIE aHOMAJIMH ® HopManbHBIN KapHOTHIL
XpPOMOCOMHEBIN OTUMOP(HH3M " XpOMOCOMHBIN MTOJIUMOPPHU3M

Puc 1. Ilntorenernueckue Haxoaku ¢ 2019- 2022 rr
Cpenn KCHIIMH C HapymieHHeM (QEepTHIBHOCTH CHHIPOM TepHepa
Kiaccuueckass u mo3anyHasi ¢opma (45, XO u 45,X/47,XXX), cocrasunu 3/109
(2,8%), mo3anuHast hopma MOHOCOMHH XpoMocoMbl X (46,XX/45,X)- 2/109 (1,8 %)
ciydgas u 1/109 (0,91 %) narueHTOK UMMM CHHAPOM TPOMHOTO X WU TPUCOMUIO
X (47, XXX).
Taoauna 4
IlnToreHeTnYecKre HAXOJAKH B OCHOBHOM I'PyIINe ¥ rpynie KOHTPOJIs
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OcHoBHas rpynmna
XpomocomMHbIe KontpoabHast
aGeppanun JKeHckoe Gecruiomnue Komb6-HOE HeBbiHamuBanue rpymmna
Oecruioane OepeMeHHOCTH
UucnoBble aHOMaIUHU 45,X/47,XXX
HOROBLIX XPOMOCON 46,XX/45,X 46,XX/47,XXX 45, XO -
(2 cayuas) 45,X/47,XXX
Peunnpokre 46, XX, t (10; 12) 46, XX, t (6 7)
TPAHCIIOKAIIUH MEXKTY -
ayToCcOMaMu
PobeprconoBckue 45, XX, der (13; 14)
TPAHCIOKAIHH i
WNuBepcun 266,}%’(1’1111(\}(’,77)) 46, XX, inv(7) -
IlepunieHTprueckas .
I/IHBC]II;)CI/U[ XpI:)MOCOMLI 9 46, XX, inv (9) i
-46, XX, 21
- 46, XX, 21 pstr+ pstr+ (2cydas) -46, XX, 9 ph
(2 ciryqast) -46, XX,9ph | -46 XX, 21 pst+ (2cmyaas)
XPOMOCOMHBIH -46, XX, 9 ph -46 ,XX, 21 (2 ciydas) - 46, -
noauMophu3M - 46,XX,13pstr+ ps+ (2cayyqast) XX, 21 s+ (2 46,XX,13pstk+
(3cmyuasn) ciyyas)- 46, XX, (2cnyuas)
21pstk+(2cnyuas)

B HamieM uccneoBaHUM CTPYKTYPHbBIE aHOMAIUU X-XPOMOCOMBI BBISIBIICHBI Y
7/109 (6,4%) >xeHmuH c HapymeHuem QeptunbHocTH. Cpenu CTPYKTYPHBIX
XPOMOCOMHBIX aHOMAJIM Yallle BCTpeyanuch nHBepcuu — 3.7%.

YacTtoTa XpOMOCOMHBIX moJuMopdu3MoB coctaBwia 19,4%, BxiIoyas
KOHTPOJIbHYIO TPyMIy, YTO YKa3blBaeT Ha TOT (DAaKT, YTO XPOMOCOMHBIN
MOJTMMOP(GU3M MOKET SIBIIATHCS BAPHAHTOM HOPMEBI, HO B OOJIBIIIMHCTBE CIIy4acB B
OONBIITMHCTBE CIydyaeB BCTPEYAJCS B TOATPYIIE C  HEBBIHAIIMBAHUEM
6epemenHocTy B 7.3% ciy4daes.

11-15 mer

o 5 jetr 6-10 ner

Puc. 2a. PacnpocTpaHeHHOCTH XPOMOCOMHBIX a0eppauuii B 3aBUCHMOCTH OT
MPOAOJIKUTEJIBHOCTH 0€CIIONNS Y MAUMEHTOK ¢ HApyIIeHueM (epTHIBHOCTH

B mnameit pabore puc 2a m 20 IEMOHCTPUPYIOT PaCIPOCTPAHEHHOCTh
XPOMOCOMHBIX abeppariii B 3aBUCUMOCTH OT MPOJIOJDKATEILHOCTH OECIIONus.
XKenmunust B Bo3pacte 40—49 et umenu 6oJiee BHICOKUN PUCK 00111eT0 Oecrioaus,
YeM KEHIIUHBI B Bo3pacte 20—29 ner. B 3aBUCMMOCTH OT MPOAOIAKUTEILHOCTH
Oecruiofusi XpOMOCOMHBIE a0eppali BCTPEYAIOTCS B OOJBIIMHCTBE CIIy4acB B
kaTeropuu oecroaus 6-10met B 12,8%.
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5,5% 55% 5,5%
4,6%
3,7%

1,8%
0,9%

70 5 ner 6-10 net 11-15 ner
Yucnoseie XA ® CtpykrypHble XA ' XpOMOCOMHBIN MOIUMOphu3m

Puc. 26. PacipocTpaHeHHOCTH XPOMOCOMHBIX a0eppanuii B 3aBUCMMOCTH OT
NMPOA0J/KMTETbHOCTH 0eCIJIONUS Y MAMEHTOK ¢ HAapylmeHueM (pepTHIbHOCTH

Pe3ynbTaThl nccneaoBaHus, HECMOTPS Ha MOCIEIHUE TOCTHKEHHS B 00J1aCTH
TE€HETUKHU, TMOATBEPKIAIOT BaXXHOCTh  CTAaHJAPTHOTO  LIMTOT€HETHYECKOTO
UCCJICIOBAHUS XpPOMOCOM TIpu  OOCIEAOBAaHUM KEHIIMH C HApPYIICHUEM
¢depTriibHOCTH. [loHMMaHKEe 3aKOHOMEPHOCTEN XPOMOCOMHBIX a0eppaluii MOXKET
MHOrO€ IMOMOYb B MNPUHATHUU PEIICHUN TMpU TJIAHUPOBAHUM BCIOMOTATEIbHON
PENPOAYKIIUH.

B nsaroi riase qucceprannu «MoJieKyJISIpHO-TeHeTHYeCKoe UCC/IeI0BAHMe
pacnpeaejieHisi TeHOB-KAHAMJAATOB U TeHOB (POJIATHOTO LHMKJIA Yy KEHIIMH C
HapyuieHueM (epTUIBLHOCTH» TIPEJCTABICHBl PE3yJIbTaThl MOJUMOP(HU3MOB
reHoB-kaHauaaToB (Ala593Pro rena LHCGR u A2039G rena FSHR) u renos
donatnoro mukia (A1298C u C677T rena MTHFR, A1298C rena MTRR u A66G
reda MTR u olieHa uX pojib B HApyIICHUU PENPOAYKTUBHON AUCHYHKIUU Y
KEHIIVH B Y30€eKHUCTaHe.

AHaJIN3 4acTOThl pacnpeiesieHusl aJUIEIbHbIX U T'€HOTUIIMYECKUX BapHaHTOB
reHetraeckoro jJokyca A239G B rene FSHR cpeny ocHOBHO# Tpynmibl alMeHTOK
¢ OecrutogueM (TOATPYIIIBI ¢ KOMOMHHUPOBAHHBIM M KEHCKUM OECIIJIONUEM H C
HEBBIHAIIIMBAHUEM OEPEMEHHOCTH), a TakKXKe Trpynmna KOHTPOJIsl, MPUBEIAEHHI B
tabmmme 5,6 w 7. B wWccnenoBaHHBIX BBIOOpKAX IMAIIMEHTOK W KOHTPOJIS
TEHOTUIIMYECKasi CTPYKTypa JAHHOTO MOJIMMOp(U3Ma MOAUYUHSIIACHE PABHOBECHUIO
Xapau-Baitn6epra (p>0.05).

[TonyueHHsle  HaMU  pe3yJbTaThl  MOATBEPKAAIOT  BAXHYIO  POJb
HEOJIaronpusaTHOTO ajulesibHOro Bapuanta noaumopduszma 2039G rena FSHR B
BO3HUKHOBEHUU PENMPOAYKTHUBHOW nucyHKIMM y xeHImuH. HecMoTps Ha TO, 4TO
paznuuusi B pacnpeneneHnn reHoTunoB Jokyca A2039G rema FSHR Obum
CTaTUCTUYECKU JIOCTOBEPHBIMU, OTMEYAJIaCh KOPPEISLUS MEXIY BBISIBICHUEM
aiensHoro BapuanTa 2039G rena FSHR co cHmkeHHOU (DepTUIBLHOCTBIO Yy
xeHnwH (}2=3.9;p=0.05;0R=1.5;95%CI:1.0-2.19). PaccunTtannsiii k03pPuiueHt
COOTHOIICHHMSI IIIAHCOB TOKAa3aJl PUCK PA3BUTHS KEHCKOTO OECIIONUS Y HOCUTENEH
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HEeOJIaronpusATHOTO TE€TEPO3UTOTHOIO TeHOTUINMUYecKoro Bapuanta A/G (y2=4.3;
p=0.05; OR=1.8;95%CI:1.03-3.05).

Brisennsiit Hamu mosmmopdusm A2039G rena FSHR nipu penpoykTiBHOM
TUCHYHKIIMA KpailHe Ba)XX€H I TMPOTHO3WPOBAHUS PA3BUTHUS TEPBUYHOTO
oecrofusi 'y OKEHIIMH Y30€KHUCTaHa W JOMOJIHAET apCceHal HMEIOIINXCS
FEHETUYECKUX MapKepOB.

Taoauua S
Yacrora pacnpeaeseHus ajiesieil 1 reHoTunos nojumopgusma A239G B
rese FSHR B u3y4eHHBIX ¢ rpynmnoi NaiueHTOK ¢ HapyleHueM
(GepTHIBLHOCTH U KOHTPOJIBLHOM BBIOOPKE.

Yacrora ajureliei YacTora reHOTHIIOB

N I'pynna A G AIA AIG G/G

n % | n| % ni % n % | n| %
1 OCH‘(’r‘?H:a’i gg)-‘/““a 124 | 56,9 | 94| 431 |33| 303 | 58 |532|18| 16,5
) KombOunupoBanHoe 47 618 |29| 382 [13| 342 | 21 | 553 | 4 | 105

Oecruioaue (n = 38)
3 H(eHC‘zﬁefjg;m"ﬂ“e 42 | 525 |38| 475 |11|275| 20 | 50 | 9 | 225
HeBpiHammBanue
4 GepeMEHHOCTH 35| 56,5 |27 435 | 9290 | 17 | 548 |5 | 161
(n=31)

5 KOHTp((;]JIiHla(;Isl)‘p}’HHa 139 | 66,2 | 71| 33,8 |49 46,7 | 41 | 39,0 |15| 14,3

Taoauma 6
Pa3inu4us B 4acToTe a/LUIeJIbHBIX U TeHOTHNIMYECKUX BAPUAHTOB
noaumoppuszma A239G B rene FSHR B ocHOBHO# U KOHTPOJIbHO# rpynnax

HAIMEeHTOK
KoaudecTBo anienei n
T¢HOTHIIOB
AJLe i | OcnoBHas | KonTponpHas 12 p |RR| 95%CI OR 95%,CI
reHOTHIIBI
rpynmna rpymma
n % n %
A 124 | 56,9 | 139 66,2 [3,9]1005]|09| 06-1,23 | 0,7 046-1,0
G 94 | 43,1 71 338 (39100512 0,77-1,75| 1,5 1,0-2,19
A/A 33 30,3 49 46,7 16,1 10,0306 | 036-1,17| 0,5 | 0,28 -0,87
A/G 58 53,2 41 390 [(43]1005]|14 | 0,81-2,28] 1,8 1,03 -3,05
G/G 18 16,5 15 143 1021 0,7 | 1,2] 0,59-2,27| 1,2 0,56 -2.,5

Taoauua 7/

Yacrora pacnpeaejieHus ajieneil 1 reHoTunos nojumopgusma A2039G rena
FSHR B rpynne nauueHToB ¢ ’KEHCKHM 0eCIJIOAMeM U B TPyIe KOHTPOJIs

KosnuecTBo ajjiesiei u 2 p |RR 95% CI O 95% CI
TeHOTHIIOB

5 o =
< = = R
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XKenckoe Kontpon
oecrutoaue rpyrmmna
n % n %

42 | 525 139 | 66,2 [ 4,6]005]08 | 038-1,63 | 0,6 | 0,34-0,95

A
G 38 | 47,5 71 338 46005 13| 092-1,72 | 1,8 1,05-2,98

A/A 11 | 275 49 46,7 1441005 |06 | 0,18-195 |04 0,2-0,95

A/G 20 | 50,0 41 390 |14 03 [ 13| 046-3,58 | 1,6 | 0,75-3,24

G/G 9 22,5 15 143 |14 03 | 1,6 0,49-5,1 1,7 0,7-4,35

Boisienennsii Hamu BkIaa nomumopdusma A2039G rema FSHR mpwu
PENpPOIYKTUBHOM AUCPYHKIMM KpaiHE Ba)X€H I NPOTHO3UPOBAHUS pPa3BUTHUSA
MEPBUYHOr0 OEeCriogus | JOMOJHSET apceHal HWMEKOIIMXCA T€HETHYECKHX
MapKepoB.

AHanu3 4acToThl paclpeiesICHNs aJUIEIbHBIX U T€HOTUIINYECKUX BAPUAHTOB
reHetuueckoro Jsokyca Ala593Pro B rene LHCGR cpean ocHOBHOI TIpymmbl
MalMEHTOK C HapylIeHHueM (epTHIBHOCTU (MOATPYIIbl ¢ KOMOMHUPOBAHHBIM M
KEHCKUM O€CIUIOJMEM U HEBBIHAIIMBAaHUE OEPEMEHHOCTH ) IPUBEIEHBI B TabauIe 8
u 9. B wucciaenoBaHHBIX BbIOOpPKaxX MAIMEHTOK W KOHTPOJS T'€HOTUIIMYECKAs
CTPYKTypa JaHHOTO MOJIMMOp(dHr3Ma MoAYMHIACh paBHOBeCcHIO Xapau-BaiinOepra
(p>0.05).

Taoauua 8
Yacrora pacnpenejieHus ajljiejaed 1 FeHOTUNOB nojumMoppusma AlaS93Pro B
rese LHCGR y KeHIIUH ¢ HapylieHUeM (PepTHIbHOCTH

YacroTa anjaesei YacToTra reHOTHIIOB
N I'pynna G C G/G G/C c/C
n % n % n % n % n %
p | Ocmosmasrpymna | »ag | 959 |9 | 41 | 100 | 917 |9 | 83 |0 o
(n=109)
o | Kowmbummposanmoe | o) | o7 15 | 56 | 36 | oa7 | 2| 53 |0 0
Oecrmonue (n = 38)
Kenckoe
3 Secmnomie (n = 40) 75 93,8 | 5| 6,2 35 90,1 | 5 9,9 0 0
HeBriHammsanue
4 OepeMeHHOCTH 60 96,8 | 2 | 3,2 29 935 | 2 6,5 0 0
(n=31)

[Tony4yeHHbIe HAMU PE3YIBTAThl CBUIECTEIBCTBYIOT 00 OTCYTCTBUU BIUSHUSA
HeOmaronpusiTHOro amiensHoro Bapuanta C momumopdusma Ala593Pro B rene
LHCGR B BO3HMKHOBEHUM PENPOAYKTUBHOM nUCHYHKIMHU. PaccunTaHHBINA
K03 buIeHT cootHomenus mancos (x2=0,2; p=0,8; OR=1,3; 95%CI: 0,27 - 6,35)
HE TMOJTBEPIUSl HAJIWYMAE KOPPEIATUBHOM CBSI3M MEXAY BBISBISIEMOCTHIO
reTePO3UTOTHOIO TeHOoTHNUYeckoro Bapuanta G/C momumopdHOro Jokyca
Ala593Pro rena LHCGR 1 BO3HUKHOBEHHEM KEHCKOTO OECIIIIOMHS.

Ta6auua 9
Pa3iin4us B 4acToTe a/JieIbHBIX M TeHOTUIIHYECKUX BAPUAHTOB
noaumopdusma AlaS93Pro B rene LHCGR y keHIIIUH ¢ HApylIeHHEM
depTubHOCTH
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KoaunuecTBo ajiiejiel 1 reHOTHIIOB
JN— OcHoBHas | Kom0-Hoe | JKenckoe il;:rg:a:
rpynna | Gecrogue | Gecruionue P 2| p |OR| 95%CI
TeHOTHIIBI (n=109) (n=38) (n=40) ™
(n=31)
n % n % n % n %
G 2091959 | 74| 974 | 135|951 60 | 96,8 | 0,210,801 0,8 | 0,16 - 3,66
C 9 41 2 2,6 7 49 2 3,2 102(080|1,3]|0,27-6,12
G/G 100 91,7 | 36 | 947 | 64 [90,1| 29 | 935 (0,2|0,80| 0,8 | 0,16 -3,73
G/C 9 8,3 2 5,3 7 9,9 2 65 102080 1,3 |0,27-6,35

OTH JaHHBIE MO3BOJSAIOT 3AKIOYUTH O TOM, YTO MOJIMMOP(HBIN JIOKYC
Ala593Pro rena LHCGR He wurpaer ponar B (OpPMHUPOBAHMHM HapyLIECHUS
PENpPOAYKTUBHON (DYHKIUH U HE SIBISIETCS (JAKTOPOM PUCKA PA3BUTHS MEPBUYHOTO
Oecrious y *KEeHIIUH Y30eKnucTaHa.
AHanu3 4acToThl paclpeiesieHus] alIeIbHbIX U TeHOTUIIMYECKUX BapUaHTOB
nokyca C677T rena MTHFR cpenr 0CHOBHOM IpyIIibl, BKIFOYAKOMIEH TOATPYIIIIbI
NalMeHToK ¢ OecriogueM (KOMOMHHUPOBAHHOE U JKEHCKOE U MAalMEHTOK C
HEBBIHAIIMBAHUEM OEPEMEHHOCTH) M KOHTPOJBHOW TpyHNbl IpPHUBENEHBI B Tal.
10,11 u 12. B uccienoBaHHBIX BEIOOPKAX MAIMEHTOK U KOHTPOJISI TCHOTUITHYECKAS

CTPYKTypa JaHHOTO MOJMMOp(hHU3Ma TOTYMHSIIACH paBHOBeCHIO Xapau-Baiinbepra
(p>0.05).

Taoauna 10

Yacrora pacnpeaejieHus ajieseil 1 reHoTunoB nojaumopgusma C677T B

reie MTHFR B u3y4eHHBIX ¢ Ipynnoii NalueHTOK ¢ HApylIeHneM
(epTHIBHOCTH M KOHTPOJILHOM BbIOOPKeE

No Yacrora ajuienei Yacrora pacnpenejeHus
Ir¢HOTHUIIOB
I'pynna C T CIC CIT T/T
1 OCHO‘;H:al’Ing-‘/““a 156 | 716 | 62 |284 |55 | 505 | 46 | 422 | 8 | 7.3
1.1 | Kowbmimposaritioe | g5 | 737 | 20 | 263 | 20 | 526 | 16 | 421 | 2 | 53
oecrutoaue N= 38
1.2 Kenckoe 69 | 86.3 | 11 |13.7 |30 | 750 | 9 | 225 |1 | 25
oecrutoauen =40
1.3 HCBBIHaHII/IBaHIje 31 50.0 31 1500 5 | 1611211678 |51 16.1
OepemenHoct N=31
2 KOHEI;- e ™ 1169 | 805 | 41 | 195 |68 | 648 | 33 | 314 | 4| 338
Taoauna 11

Pa3iin4us B 4acToTe a/JIeIbHBIX M TEHOTUIIMYECKUX BAPUAHTOB
noaumopgusma C677T rena MTHFR B rpynnax nangeHToK OCHOBHOM H
KOHTPOJILHOM IpyIn
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Koaun4vecTBO ajL1eei u
A T¢éHOTHUIIOB
JUICTH M 1 5 copHas KonTponbnas | 2 p RR |95%CI |OR | 95%CI
T€HOTHUIIbLI prHHa prHHa
n % n %
C 156 | 716 | 169 | 805 | 47 | 003 | 09 O’fé “ 106]038-0095
T 62 | 284 | 41 | 195 | 47 | 003 | 1.1 01’6887' 16| 105-245
c/C 55 | 505 | 68 | 648 | 45 | 004 | 0.8 0’142 " 106 |037-096
CIT 46 | 422 | 33 | 314 | 27 | 010 13 02’8213' 16| 091-28
TIT 8 | 73 | 4 38 | 1.3 1026 | 1.9 0484?2_ 20| 061-658
Pe3y.]'IBTaTBI HpOBeI[eHHOFO HaMHnu aHaJIn3a paCHpeI[CJ'ICHI/IH qacCTOThI

reHOTUIMHYecKUX BapuaHToB nosumopduszma C677T rena MTHFR moareepanm
JOCTOBEPHOCTh PA3JIMYUN MEX]y CpPaBHMBAEMbIMU TPYNIAMH W HOATPYIIION
NAIlMEHTOK C HEBBIHAIIMBAHUEM OEpEeMEHHOCTU. BBIBIEHO Hanmuuue 3HAUYMMOM
accouuanuu (pyHKIHOHAJIBHO HEOJArompHUsITHOTO aJUIEIbHOTO BapHaHTa JaHHOTO
noaumMoppu3Ma C PUCKOM Pa3BUTHS HapylleHUs (EpPTHIBHOCTH Yy JKEHUIMH B
V36ekucrane. Puck pas3Butus OecIiogusi MpU HOCUTENbCTBE HEOIArompUsTHBIX
QJUIEJIPHOTO BapuaHTta 1 JOCTOBEPHO yBEIMYMBAETCs mouytd B 1.6 pa3s
(x2=4.7;,0R=1.6mpu  p<0.05). HeoOxoauMoO OTMETUTh  TEHJEHLUUIO K
OpEeBAIMPOBAaHUIO TeTepo3uroTHoro resoruna C/T cpeau manuMeHTOK OCHOBHOM
IpyNIbl, TOKa3biBast MPOTEKTUBHBIN 3 ekt (x2=2.7; p=0.1; OR=1.6;95%CI:0.91-
2.8).
Ta6auna 12
Pazanums B yacrore ajljieIbHBIX U T€HOTUININYECKUX BAPUAHTOB
noaumopgusma C677T rena MTHFR B nmoarpynmne nauueHTokK ¢
HeBbIHAIIUBAHNEM OepPeMEeHHOCTH U IpyIie KOHTPOJIA

KonunuyectBo anesnei n
A TeHOTHUIIOB
e B biHam e Kontponbhas | %2 p |RR| 95%CI |OR| 95%CI
TeHOTHUIIbI
OepeMeHHOCTH rpynna
n % n %
C 31 50,0 |169| 80,5 |[22,8]0,01(0,6 | 027-1,41 0,2 0,14-0,43
T 31 50,0 | 41 19,5 122,8(0,01 | 1,6 | 1,07-243 | 4,1 | 2,31-7,37
Cc/C 5 16,1 | 68 64,8 122,810,011 ]02| 0,04-1,44 | 0,1 | 0,04-0,26
C/T 21 67,8 | 33 31,4 |13,2]0,01 |22 0,58-8,01 |4,6 2,01-10,42
T/T 5 16,1 4 3.8 59 10,0342 1,12-1597|4,9 | 1,35-17,42

Cratuctuyuecku 3HAuYUMbIA (AKTOp pHUCKA pPa3BUTHS HEBBIHAIIWBAHUS
OEpEeMEHHOCTH Yy EHIIMH HaOJtoAaincs NpU HOCUTEIBCTBE HEOIAronpUsTHBIX
amensHoro 677T m reHoTunuyeckoro BapuantoB nosumopduzma C677T rena

48



MTHFR(%2=22.8;p=0.01;0R=4.1;95%CI:2.317.37/%2=5.9;p=0.03;0R=4.9;95%ClI
:1.35-17.42).

W3 mosydeHHBIX pPe3yJabTaTOB MOXKHO CHEJaTh BBIBOJA, YTO MOIUMOPGHU3M
rs1801133 rena MTHFR, nocToBEpHO MMEET OTHOIIEHHUE K TATOT€HE3Yy HAPYLIECHUS
bepTHILHOCTH.

AHanu3 4acTOThl paclpeAesieHHs alUIeIbHbIX U T€HOTUIIMYECKUX BAPUAHTOB
nokyca A1298C rena MTHFR cpeny 0OCHOBHOM IpyIIIbl, BKIFOYAKOUIEH MOATPYIIIbI
NalMeHTOK ¢ OecriogueM (KOMOMHHUPOBAHHOE U JKEHCKOE M MAlMEHTOK C
HEBBIHAIIMBAHUEM OEPEMEHHOCTH) U KOHTPOJILHOM I'PYTIIIBI TPUBEACHBI B TA0IMIIAX
13 u 14. B uccnenoBaHHBIX BBIOOpPKax MAalMEHTOK U KOHTPOJI T€HOTHIIMYECKAs
CTPYKTYypa AaHHOTO nojJuMop(du3Ma NoAUMHsAIaCch paBHOBecUI0 Xapau-BaitnOepra
(p>0.05).

Taoanna 13
YacrToTa pacnpeejieHus ajieseid 1 reHOTUNOB nojumopduzma A1298C B
resie MTHFR B rpynnax naijueHToK ¥ KOHTPOJIsI

Yacrora aieeii YacrTora pacnpeaeicHus
I¢CHOTHUIIOB

Ne I'pynna A C A/A A/C Ci/C

n % n % n % n % n| %
1 OCHO‘;H:al"ngy““a 162 | 743 | 56 | 25.7 | 59 |54.1| 44 | 404 | 6 | 55
1.2 | Kombunuposannoe | oo | 95 4| o1 | 976 | 19 | 50 | 17 | 447 | 2| 53

oecrutoguen= 38
13 XGHCK%GEZBHHOHHG 61 | 763 | 19 | 237 | 22 | 550 | 17 | 425 | 1|25
14 HGBI)IHaHII/IBaH%G 46 | 742 | 16 1 258 | 18 15801! 10 | 323 1 3197
oepemenHoct N=31
2 KonrponsHas 173 | 824 | 37 | 176 | 71 |676| 31 | 295 | 3 | 2.9
rpynnan= 105
Taoauna 14

Pa3in4us B 4acToTe ajjieIbHBIX M TEHOTUIIMYECKUX BAPUAHTOB
noumopgusma A1298C rena MTHFR B 0CHOBHOM M KOHTPOJIbHOM Ipynmax

Konu4yectBo ajeseit n
A TeHOTHUIIOB
AT 6 oBHas KonTposnbnas | 42 p RR | 95%CI |OR | 95%CI
TeHOTHUIIbI
rpymma rpymnma
n % n %
A 162 | 743 | 173 | 82,4 |41 | 0,05 {09 |0,61-133|0,6 |0,39-0,99
C 56 | 25,7 | 37 17,6 | 4,1 | 0,05 | 1,1 |0,65-1,88 | 1,6 | 1,02-2,57
A/A 59 | 54,1 71 67,6 |41 | 0,05 |08 ]0,48-133 0,6 |0,32-0,98
A/C 44 | 404 | 31 29,5 2,8 0,1 1,4 10,82-228 | 1,6 | 0,92 -2,85
c/C 6 5,5 3 29 109| 04 |1,9]0,75-495 12,0 |0,49-7,94

VYcraHoBeHa JOCTOBEpHAs B3aUMOCBS3b MEXKIY PHUCKOM (HOPMHPOBAHUS
HapyueHus: GepTUIIbHOCTH U HOCHUTEIILCTBOM aiienbHoro Bapuanta 1298C rena
MTHFR, accouuupoBaHHblii ¢ HapylieHHeM (oraTHOro oOMeHa, PUCK pPa3BUTHUS
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oecruiogus JOCTOBEPHO YBEJIMYUBAETCS OYTH B 1.6 pa3
(x2=4.1;p<0.05;0R=1.6;95%CI:1.02-2.57). BbisiBneHa BO3MOXHas CBSI3b C
MIPEAPACIIONIOKEHHOCTRIO K PAa3BUTHUIO HAPYIICHHUS] (PEPTUIBLHOCTH Y >KCHIIUH C
reHoturioM A/C  (y2=2.8;p=0.1;0R=1.6;95%CI:0.92-2.85). Takum o00Opa3zom,
uccaenoBaare mnomumopduzma rs1801131 rena domatnoro nmxkma MTHFR
HEOOXOJIUMO MPOBOJUTH KEHILMHAM C HApYIICHHEM PENPOAYKTUBHOU CHCTEMBI,
TaK KaK €ro JICUCTBUE SBJISIETCS. ONIOCPEIOBAHHBIM.

AHanu3 4acTOThl paclpeesieHHs ajuIeIbHbIX U TeHOTUITUYECKUX BAPUAHTOB
nokyca A66G rena MTRR cpenn OCHOBHOM Tpynmbl M TPYHION KOHTPOJS
npuBeaeHbl B Ta0. 15,16 u 17. B uccnenoBanHbIX BHIOOPKAX MAIIMEHTOK U KOHTPOJIS
TeHOTUITMYECKasi CTPYKTypa JNAHHOTO MOJUMOpU3Ma MOJYUHSIIACH PABHOBECHUIO
Xapau-Baitn6epra (p>0.05).

Taoauna 15

PacnpocTpaHeHHOCTh M KOHTPOJIb ajliejieil U TeHOTUIIOB MoJuMoppuzma

A66G rena MTRR B rpynnax nanueHToB

Ne Yacrora aynesneit Yacrora pacnpeneeHus
r TeHOTHUIIOB
pymia A G AIA AIG GIG
n % n % n % n % n %

1 | OcnHoBHas rpymnma
n=109
1.1 | KomOGuHMpOBaHHOE
Oecrionue 60 | 789 | 16 | 211 | 24 |631 |12 | 316 | 2 5.3
n=38
1.2 XKenckoe
Oecrutonne 70 {875 | 10 | 125|130 (750 |10 | 250 | O -
n=40
1.3 | HeBbiHammBaHue
O0epeMEeHHOCTH 39 | 629 | 23 [ 371 |11 | 355 | 17 | 548 | 3 9.7
n=31
2 KonTponbHas
rpyrmnmna 175 | 833 | 35 |16.7 | 74 | 705 | 27 | 257 | 4 3.8
n=105

169 | 775 | 49 | 225 |65 | 596 | 39 | 358 | 5 4.6

OOHapykeHO MPOTEKTUBHOE JIEUCTBUE HA Pa3BUTHE MEPBUYHOTO OecIionus
npu Hamuuu MyTtaHtHoro amiens G momumopduszma A66G rena MTRR mpu
v2=2.3; p=0.2 wu pucke pazsutus OR=1.4; 95%CI:0.9-2.35. BrisiBncHuUE
retepo3uroTHoro renotuna A/G nomumopduzma A66G rena MTRR B ocHOBHOI
TPyIIIE KEHITUH ¢ HapyIIeHueM (PepTUILHOCTH OBIIIO CBSI3aHO C PUCKOM Pa3BUTHS
(OR) paBubiM 1.6 mpu nposeputenbHOM uHTEepBaie 95%CI:0.9-2.89 yto Moxer
CBUJIETEIHCTBOBATh O KOCBEHHOM BJIMSIHUM JAHHOTO T€HOTUITMYECKOTO BapUaHTa B
pa3BUTHM TiepBUYHOro Oecronus. JlaHHbIE TOKa3aTtead MOTYT CIYXKUTh
OCHOBAaHHEM JIsl TPOBEACHUS JaTbHEHIINX UCCIIEJOBAHUIN B JAHHOM HaIlpaBJICHUU.

Yacrora pacrnpezaenenus amienaeil 1 reHoTunos noiaumopgpusma A66G B rene
MTRR B rpymnmax naiueHToOB U KOHTPOJIS

Tab6anuna 16
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Pa3zimuus B 4acToTe ajljIe/IbHBIX M TeHOTHIINYECKUX BAPHAHTOB
noaumoppuzma A66G rena MTRR B 0cHOBHOI1 1 KOHTPOJILHOI rpynnax

KoimuecTBo ajuteneu u
TeHOTHIIOB
AJIeIM | [ Ochopuas | KoHTponbHas 2| p |RR| 95%CI |OR| 95%CI
TreHOTHUIIBI rpymma rpymma
n % n %
A 169 | 77,5 | 175 ] 833 23102 09| 062-14 |0,7 | 043-1,12
G 49 | 225 | 35 16,7 123102 | 1,1 ] 063-184| 14| 09-235
A/A 65 | 59,6 | 74 70,5 (28] 01 [08]051-141] 0,6 | 0,35-1,09
A/G 39 | 35,8 | 27 257 125102 |14 083-233]1,6 | 09-2.89
G/G 5 4,6 4 3 (01108 | 1,2 037-39 ] 1,2 ] 0,32-4,64
Tadauuma 17

Pa3inuyus B 4acToTe a/UIeJIbHBIX U TeHOTHNIMYECKUX BAPUAHTOB
noaumoppuzma A66G rena MTRR B noarpynmne nanumeHToK ¢
HeBbIHAIIMBAHHEM 0epeMEeHHOCTH M IPyIiie KOHTPOJIA

= 2 KoandecTBo anienen n
E E T€HOTHUIIOB
S5 HeBpinam-uue | KonTpoin %2 p |RR 95%Cl1 OR 95%ClI
2 § OepeMeHHOCTH rpymmna
n % n %

A 39 62,9 175 | 83,3 | 11,9 | 0,01 | 0,8 0,33-1,74 0,3 0,18-0,63
G 23 37,1 35 16,7 | 11,9 | 0,01 | 1,3 0,8-2,03 2,9 1,6-5,45
A/A 11 35,5 74 | 70,5 | 12,5 | 0,01 | 0,5 0,14-1,8 0,2 0,1-0,52
A/G 17 54,8 27 | 2571 9,3 | 0,01 | 2,1 0,65-7,04 3,5 1,56-7,87
G/G 3 9,7 4 3,8 1,7 0,2 25| 042-15,29 | 2,7 0,6-12,14

Hamie wuccnenoBaHue TO3BOJMIO 3aKIIOYUTh, YTO HEOJArompHUsITHBIN

rOMO3UrOTHBIM BapuaHT (G [JaHHOTO Te€HAa WMEET 3HAY€HHE B  Pa3BUTUU
HEBBIHAIIMBAHUSI OEPEMEHHOCTH Y JKEHIIUH, YTO YKa3bIBa€T HA OTHOILICHHUE IIIAHCOB
OR=2.9;95%CI:1.6-5.45. BeisaBnenue rerepozurorHoro resorurna A/G rena MTRR
B TIOJICPYIITIC KEHIIMH C HEBBIHAIIIMBAHUEM O€PEMEHHOCTH ObLIO CBSA3aHO C PUCKOM
pazButusa (OR) paBHbIM 3.5 nipu oBepuTeabHOM uHTEepBaie 95%CI:1.56-7.87, uro
CBHJIETEIIbCTBYET O BHICOKOI BEPOATHOCTH HAJTMYUS aCCOIIMATUBHOM CBSI3U JAHHOTO
TeHOTUITMYECKOTO BapuaHTa C pa3BUTHEM HapyiieHu QepTtunbHocTH (%2=9.3;
p=0.01).

AHaJIU3 4acTOThI pacrpeesieHus] aJUIeIbHBIX U T'eHOTUIIMYECKUX BapHaHTOB
nokyca A2756G rera MTR cpenu OCHOBHOW Tpymnibl, BKJIFOYAKOLIEH MOATPYIIIIbI
NalUeHTOK ¢ OecriogreM (KOMOMHHUPOBAHHOE U JKEHCKOE€ W TMAIMeHTOK ¢
HEBbIHAIIMBAaHUEM OEPEMEHHOCTH) M KOHTPOJIbHOW TPYIIbI MPUBEIEHBI B Ta0. 18 u
19. B wuccienoBaHHBIX BBIOOpPKAaX MAIMEHTOK M KOHTPOJS TEHOTUIIMYECKas
CTPYKTYypa JAaHHOTO MoJMMOop¢u3Ma MOAUUHIACh paBHOBECHIO Xapau-BaitHOepra
(p>0.05). OTKJIOHEHUsT  paclpefiefieHdsT  TeHOTHMINUYECKUX  BapUaHTOB
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nommopduszma rs1805087 rena MTR or PXB B wuccienoBaHHBIX BBIOOpKax
MalMEeHTOB U KOHTPOJISI HE 0OHAPYKEHO.
Tabauna 18
YacroTa pacnpeejieHus ajiiesieil 1 reHoTUNoB nojaumopduzma A2756G B
rese MTR B rpynnax nauueHTOB M1 KOHTPOJISI

Yacrora ajnesei Yacrora pacnpeaejeHus
Ne T¢HOTHIIOB
I'pynna A C AIA AIG GIG
n % n % n % n % n %

1 OcHoBHas rpynna
n=109
1.1 | KomOuHMpOBaHHOE
Oecmionue 63 [ 829 | 13 | 171 | 27 | 71 9 | 237 | 2 5.3
n= 38
1.2 Kenckoe
Oecruionue 68 85 12 15 28 70 12 30 0 0
n=40
1.3 | HeBbiHamuBaHue
OepeMEHHOCTH 52 | 839 |10 161 |22 | 71 7 1226 | 2 3.2
n=31
2 KonTponbHas
rpymmna 177 | 843 | 33 | 157 | 75 | 714 | 27 | 25.7 | 3 2.9
n=105
[IpoBeneHHOE WUCCIIENOBAaHUE HE BBISIBUWIO CTaTUCTUYECKHM 3HAYMMBIX
B3aMMOCBsI3e aienet u reHoturnoB noiaumopdusma rs1805087 rena MTR B
OCHOBHOM M KOHTPOJIBHOM IpyIIax.

183 | 84 |3 | 16 | 77 | 706 | 28 | 25.7 | 4 | 3.7

Taoauna 19
Pa3inu4us B 4acToTe a/LUIeJIbHBIX U TeHOTHNIMYECKUX BAPUAHTOB
noaumoppuzma A2756G rena MTR B 0CHOBHOI 1 KOHTPOJILHOI rpynnax

KoumuectBo ajneneu u
TeHOTHIIOB
AJIM M [ Ocpopras | KoHTponbHas 2 | p |RR| 95%CI |OR| 95%CI
TeHOTHIbI rpynmna rpynna
n % n %
A 183 84 177 | 843 (10,1 | 08 |10] 0,61-1,69] 1,1 | 0,65-1,81
C 35 16 33 15710108 | 1,0 0,6-1,63 | 0,9 | 0,55-1,55
A/A 77 | 70,6 75 714101109 |10 057-1,8 | 1,1 | 0,58-1,9
A/C 28 | 25,7 | 27 25,7 101109 10| 055-1,8 | 1,0] 0,54-1,84
C/C 4 3,7 4 29 102 107107]0,13-394]0,7] 0,16-3,25

[Ipoananmu3upoBaB MOJyYECHHBIE HAMU PE3yJbTaThl, Mbl MPHUILIA K BBIBOIY,
nosmmmopdusm rs1805087 rena MTR He oka3bIBaeT CYIIECTBEHHOTO BJIMSIHUS Ha
PHUCK pa3BUTHS HapyIIeHUS (EePTHIIBHOCTH.

O6o00mIast pe3yapTaThl MPOBEICHHOTO HCCIEIOBAHMS, MBI IOJAEPKUBAEM
TUTIOTE3Yy O TOM, YTO B peau3alluy PENPOAYKTUBHON TUCHYHKIINH KIIFOYEBYIO POJIb
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UTPaeT COYETaHUE T'€HOB PETyJIATOPOB (HOIATHOrO OOMEHa U MYCKOBBIM (haKTOPOM
Ui Pa3BUTHUA HApyIIeHUS (HEPTHIBHOCTHU SIBISETCS COYETAaHHOE HOCHUTEIHCTBO
HEOIaronpHsTHBIX aJJIEIbHBIX BAPUAHTOB 3THX I'€HOB.

[IpoBenenHass  Hay4YHO-UCCIENOBaTeNlbCcKass  paboTa MO  H3YYCHHIO
TCeHETUYECKUX HM3MEHEHHM Y JKCHIIWH C TEPBUYHBIM OECIUIOAMEM I03BOJIHIIA
BBISIBUTH CIIEMU(UUYECKUE U XapaKTepHbIE M3MEHEHMsSI, KOTOPbIE BCTPEUAIOTCSA Y
KCHILIMH C HapyIIEHUEM (PEepTUIHHOCTH.

BrlnonHeHHOE HaMU HCCIIEIOBAaHUE CTaJI0 HATJISAHBIM TMOATBEPKICHUEM
HEOOXOUMOCTH TPOBEJACHUS LUTO- U MOJEKYJSIPHO-TEHETHUYECKUX METOJIOB,
pe3ynbTaThl KOTOPBHIX TMO3BOJISIIOT YCTAHOBUTh TOYHBIA JMAarHO3 M BHIOpATh
NPaBUIBHYIO TAKTUKY MO PEUICHUIO MPOOIEMBI.

3AK/IIOYEHUE

Ha ocHOBe mNpOBENEHHBIX HCCICAOBAaHUN [0 JUCCEPTAllMM  JOKTOpa
¢unocopun (PhD) Ha Temy «MonekyIIpHO-T€HETUYECKHE ACTIEKThl HAPYIICHHS
PENpPOIYKTUBHOM AUCPYHKUIHUUA W PA3BUTHUE MEPBUYHOrO OECIUIONMS Y >KCHILHMH
c(hOopMyIUPOBaHbI CIEAYIOIINE BHIBOBI:

1. UccnenoBanrie TOPMOHAJIBHOIO MNPOQMIST M KOPPEKUUS BbISBICHHBIX
HapyLIEHUH U1 OLEHKU COCTOSIHUSL PENpOJAYKTHBHOM CHCTEMBI MAalUEHTOK,
CTpaJaloIIUX HapyleHueM (epTUIBbHOCTH, I[O0Ka3ajlo, YTO B  KayecTBe
JUArHOCTUYECKUX KPUTEPHUEB 3HJIOKPUHHBIX HApPYLIEHUH HEOOXOJIMMO YUUTHIBATh
ClIelyIoIMe IapaMeTphl: BO3pacT KeHIuHb, HMMT, HOpoIOIKUTEIBHOCTD
MEHCTPYaJbHOTO 1UKIa, JaHHble TBY3M n nokasaTenu cTepOUIHBIX TOPMOHOB B
JUHAMUKE MEHCTpyaJdbHOTO IuMKkia. JIns AWMarHOCTUKM — HEBBIHAIIMBAHUS
OepeMEeHHOCTH 10 5-6 Hemelnb HEOOXOAMMO TMPOBEJACHUE aHAIU30B  JIs
OTpe/ieNIeHUs] YPOBHS TOMOLIMCTENHA U BUTAaMUHOB Ipymnnbl B (Butamun B6, B9 u
B12).

2. Hamm pe3ynbpTaThl MOATBEPXKAAIOT O BAXHOCTH LUTOTEHETHYECKOTO
aHaju3a XpoOMOCOM B 00ciieioBaHUM TepBUYHOro Oecruionus (y2=22.5; p<0.05;
OR=9.6; Cl:3.243-28.35). OOHapyX€HO, YTO B CTPYKTYpE LHUTOTCHETUYCCKHX
HapyILIEHUH y )KEHILIWH ¢ HapyleHueM (GepTHUIIbHOCTHU BBISIBIISIOTCS KaK YUCIIOBBIE,
TaK U CTPYKTYPHBIE XPOMOCOMHBIE AaHOMAJIMH, YaCTOTa KOTOPBIX COCTABIAET 5.5%
1 6.4% COOTBETCTBEHHO.

3. BoisiBnena accounuaTuBHAs CBSI3b MEXKAY PUCKOM DPa3BUTHUS HaAPYIICHHS
(epTUIBLHOCTU C HOCUTEIHCTBOM AJIJIEIBHOTO M TEHOTHUIIMYECKOTO BapUAHTOB IreHa
FSHR (A2039G). OtMmeuanachk KOppessiusi MEXAY BBISBICHUEM aJUIEIbHOIO
Bapuanta 2039G rena FSHR co cHwkeHHOW (epTUABHOCTRIO Yy KEHIUH
(x2=3.9;p=0.05;0R=1.5; 95%CI:1.0-2.19). Puck pa3BuTus OecCIuIOausA MpH
HOCHUTEJIBCTBE HEOIAroNpUSATHOTO T'eTEPO3UTOTHOIO T'€HOTHIIMYECKOTO BapHUaHTa
rena FSHR Bospactraer B 1.8 (OR=1.8;42=4.3 u p=0.05). Hamnpotus,
(YyHKUMOHANBHO ONaronpusiTHbIE ajUleNIbHblE W TEHOTUIIMYECKUE BapUAHTHI
reHetnueckux MapkepoB FSHR (A2039G) u LHCGR (Ala593Pro) acconmmpoBanbl
C TOHW)XEHHBIM PUCKOM pa3BuTud HapymeHus QepruiabHoctn (OR=0.7;

95%¢CI:0.46-1.0/0R=0.8;95%CI:0.16-3.66). PaccunTanHbIii KO3 PUIMEHT
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cootHomenus mancoB (y2=0,2;p=0,8;0R=1,3;95%CI:0,27-6,35) He moaTBepaAwI
HaJlMYue KOPPEISTUBHOM CBA3UM MEXKIY BBISIBISIEMOCTBIO T€TEPO3UTOTHOIO
reHotunueckoro BapuanTa G/C momumopduoro jgokyca Ala593Pro rena LHCGR
1 BO3HUKHOBEHHEM >KeHCKOTO Oectutoams. [Tomumopdusrii mokyc Ala593Pro rena
LHCGR =e urpaet posib B popMHUPOBAaHUHN HAPYIIEHUS PETIPOTYKTUBHON (DYHKIIUN
1 HE SABIIETCS (DAKTOPOM pHCKA Pa3BUTHS NTEPBUYHOTO OCCIUTONMS Y KEHIIHH.

VYcraHoBI€Ha JOCTOBEpHAs B3aUMOCBS3b MEXKIY PHUCKOM (POPMHUPOBAHUSA
HapyuieHus: GepTUIILHOCTU U HOCUTEIHLCTBOM aJlJIeNIbHBIX BapuaHToB 677T u 1298C
rena MTHFR, accomuupoBanHblli ¢ HapyuieHueMm ¢oyiaTHoro obmeHa. Puck
pa3BUTHS OECTUIOANS IPU HOCUTEIHCTBE HEOIArONPUATHBIX alJIeIbHBIX BAPUAHTOB
ATUX MOIUMOP(U3MOB TOCTOBEPHO yBennuuBaeTcs nmoutu B 1.6 paz (OR=1.6 npu
p<0.05). Craructuuecku 3HAUMMBIH (PaKTOp pUCKa pa3BUTHs HEBbIHAIIMBAHUSA
OCpEeMEHHOCTH Yy KEHIIMH HaOJoNaiIcs TPU HOCUTEIHCTBE HEOJIArompUsTHBIX
AJUIEJIBHOTO U TEHOTUIIMYECKOro BapuaHToB nosumopduszma C677T rena MTHFR
(x2=22.8; p=0.01;0R=4.1;95%Cl:2.31-7.37/ x2=5.9;p=0.03;0R=4.9;95%CI:1.35-
17.42). BbIBIIEHO MPOTEKTUBHOE ACHCTBUE HA Pa3BUTUE MEPBUYHOTO OECIIOAMS
npu Hanmuuu ajienst G u renotuna A/G nomumopduzma A66G rera MTRR mipu
pucke pasButus OR=1.4;95%CI:0.9-2.35/0R=1.6;95%Cl.0.9-2.89. Hannuue
HeOnaronpusiTHoro romo3urotHoro amnenss G rena MTRR umeer 3Hauenue B
Pa3BUTUM HEBBIHAIMBAHUA OEPEMEHHOCTU Yy JKEHIIWH, UYTO YKa3bIBAa€T HA PHUCK
pazButusi OR=2.9;95%CI:1.6-5.45. BrisiBnenue retepo3uroTHoro renotuna A/G
rena MTRR B moarpyrine >KeHIIUH C HEBbIHAIIMBAHUEM OEPEMEHHOCTH OBbLIO
CBs3aHO C oTHoIIeHueM 1maHcoB OR=3.5;95%CI:1.56-7.87, 4To CBUAECTEIBCTBYET O
BBICOKOW BEPOSITHOCTH HAJIMYUS aCCOIMATUBHOM CBSI3U IAHHOTO T€HOTUITUYECKOTO
BapuaHTa C pa3BUTHEM HapyiieHus ¢pepTwibHocTH (¥2=9.3; p=0.01). HanpoTus, He
oOHapy’keHa B3aUMOCBS3b MEXIY PUCKOM Pa3BUTUS OECILIIONUS U MTOTUMOP(HBIMU
Bapuantamu reHa MTR (A2756(G), uyTo 1mo3BOJISIET clieNlaTh BBIBOJ, 00 OTCYTCTBUU
CaMOCTOSATENIbHOM POJM 3TOr0 T'eHa B MAaTOreHEe3e HapylleHUs (PepTUIILHOCTH
(OR<I1; p>0.05). OOGoOmas pe3yabTaThl MPOBEACHHOIO UCCIEAOBAHUS, Mbl
MOACPKUBAEM TUIIOTE3Y O TOM, YTO B PEAIM3alMK PENPOTYKTUBHON AUCHYHKIIUN
KJIFOYEBYIO pPOJIb UTPAET COYETAaHUE T'€HOB PEryJATOpoB (OJIATHOrO OOMEHa U
MyCKOBBIM  (pakTOpOM JUIsi Pa3BUTUS HapyIICHUS (PEPTWIHLHOCTH SBISETCS
COYETAaHHOE HOCHUTEIBCTBO HEOJArONMPUSITHBIX AJJIEABHBIX M TEHOTUIHYECKUX
BApUAHTOB 3THX IE€HOB.

4. B pesynbTaTe TOJYYCHHBIX JaHHBIX YCOBEPILIEHCTBOBAH M pa3paboTaH
HOBBII AJITOPUTM JUATHOCTUKH MEPBUYHOTO OSCIUIONMS Y KEHIITUH Y 30€KHUCTaHa.
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AJITOPHTM OBLCJIEJOBAHHA JKEHIIIHH C HEPBHYHBIM
BECILTIOJHEM

AnaMHe: H KIHHHYECKHe NaHHBIE (:Kaa00b1 H ocmorp, xapakrep MII, omemka

=
SR

XPOMOC OMHBIH XPOMOCOMHBIE
ODOJIHMOP®H3M AHOMATHH

\/ |

HOPMA

55



ONE-TIME SCIENTIFIC COUNCIL BASED ON THE SCIENTIFIC
COUNCIL DSc.04/30.12.2019.Tib.30.03 FOR THE AWARDING OF
ACADEMIC DEGREES AT THE TASHKENT MEDICAL ACADEMY

REPUBLICAN SPECIALIZED SCIENTIFIC-PRACTICAL MEDICAL
CENTER OF HEMATOLOGY

GASANOVA SHAKHINA SARDAROVNA

MOLECULAR GENETIC ASPECTS OF REPRODUCTIVE
DYSFUNCTION AND DEVELOPMENT OF PRIMARY INFERTILITY IN
WOMEN

14.00.16- Normal and pathological physiology
14.00.20 — Medical genetics

ABSTRACT
of the dissertation of Doctor of Philosophy (PhD) in medical sciences

TASHKENT - 2024

56



The theme of the dissertation of the Doctor of Philosophy (PhD) was registered at Higher
Attestation Commission at Ministry of Higher Education, Science and Innovation of the Republic of
Uzbekistan under No. B2024.2.PhD/Tib3593.

The dissertation was completed at the Republican specialized scientific-practical medical center of

hematology.
The abstract of the dissertation was posted in three (Uzbek, Russian, English (resume)) languages on
the website of the Scientific Counsil (www.tma.uz) and Information and educational portal «ZiyoNet»

(www.ziyonet.uz).

Scientific adviser: Irgashev Dilmurad Saatovich
Doctor of Medical Sciences

Boboev Kodirjon Tohtaboevich
Doctor of Medical Sciences, Professor

Official opponents: Azimova Sevara Bahodirovna
Doctor of Medical Sciences, Associate Professor

Mavlyanova Nigora Narimanovna
Doctor of Medical Sciences, Associate Professor

Lead organization: Bukhara State Medical Institute

The dissertation will be defended on « » 2024 at hours at a meeting
one-time Scientific Council based of the of the Scientific Council DSc.04/30.12.2019.Tib.30.03 at the
Tashkent Medical Academy (Address: 100109, Tashkent, Almazar district, Farobi street, 2. Tashkent
Medical Academy, 10 educational building, 1st floor. Tel/fax: (+99871) 150-78-25, e-mail: info@tma.uz).

The dissertation can be reviewed at the Information Resource Center of the Tashkent Medical
Academy (registered under No. ). (Address: 100109, Tashkent, Almazar district, Farobi street, 2.
Tashkent Medical Academy, 2 educational building «B» wing, 7 room. Tel/fax: (+99871) 150-78-14).

Abstract of the dissertation sent out on « » 2024,
(mailing protocol register No. on « » 2024).
G.l. Shaikhova

Chairman of the one-time Scientific Council based of the
Scientific Council for the awarding of academic degrees,
Doctor of Medical Sciences, Professor

D.Sh. Alimukhamedov

Scientific Secretary of the one-time Scientific
Council based of the Scientific Council

for the awarding of academic degrees,

Doctor of Medical Sciences, Associate Professor

R.D.Usmanov

Chairman of the One-time scientific seminar at the
one-time Scientific Council based of the Scientific
Council for the awarding of academic degrees,
Doctor of Medical Sciences, Associate Professor

57


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

INTRODUCTION (abstract of the PhD dissertation)

The purpose of the study is to improve the assessment of molecular genetic
aspects of reproductive dysfunction and pathogenetic indicators of the development
of primary infertility in women.

The object of the study were 109 women diagnosed with impaired fertility
who applied to the Doctor D clinic in Tashkent in 2019-2022, of which 40 women
with primary infertility, 38 with combined infertility and 31 women with
miscarriage, as well as 105 conditional - healthy women of the control group

Scientific novelty of the research is as follows:

Based on the data of numerical and structural chromosomal abnormalities in
the structure of cytogenetic disorders in women with impaired fertility, the role of
chromosomal and gene disorders in the pathogenesis of reproductive dysfunction in
women of Uzbekistan has been proven;

the frequency and mutational spectra of systemic hormonal regulation genes
involved in the control of folliculogenesis (A2039G FSHR, Ala593Pro LHCGR)
were determined and their role in the pathogenesis of infertility in women was
assessed. The feasibility of genetic testing of allelic polymorphism of prognostic
marker genes in predicting the risk of impaired fertility has been established:;

the frequency and mutational spectra of folate cycle genes in women with
impaired fertility were determined. The role of polymorphisms C677T of the
MTHFR gene and A66G of the MTRR gene in the development of miscarriage in
primary infertility in women was assessed;

based on the results of molecular genetic studies, a method of primary
prevention of infertility has been proven to restore reproductive function and prevent
its disorders in Uzbek women.

Implementation of the research results: Based on scientific results obtained
on the basis of molecular genetic aspects of reproductive dysfunction and the
development of primary infertility in women:

first scientific novelty: based on the identification of numerical and structural
chromosomal abnormalities in the structure of cytogenetic disorders in women with
impaired fertility, evidence of the role of chromosomal and gene disorders in the
pathogenesis of reproductive dysfunction in women of Uzbekistan is included in the
content of the methodological recommendation «Diagnostics of A1298C and C677T
polymorphisms of the MTHFR gene in case of infertility and recurrent miscarriage»,
approved by the coordination and expert council of the Republican Specialized
Scientific and Practical Medical Center of Hematology No. 7/1 dated August 15,
2023. This proposal was put into practice by orders of the Republican Specialized
Scientific and Practical Medical Center of Hematology No. 7/1 dated 08/15/2023,
as well as the laboratory and clinic of «DoktorD-IVF» LLC No. 3 dated 07/24/2023
(conclusion of the Scientific and Technical Council of the Ministry of Health No.
02/37 dated July 8, 2024). Social effectiveness: based on cyto- and molecular genetic
studies, a connection has been established between age and TMI indicators of
chromosomal and gene disorders in the pathogenesis of reproductive dysfunction in
women of Uzbekistan, characteristics of the duration of infertility in subgroups of
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patients, the role of age in reproductive problems, the role of diseases of the
endocrine system affecting women’s health, the age-related impact of a decrease in
ovarian reserve and deterioration in egg quality on reproductive outcomes, which
made it possible to improve the diagnostic procedure. Economic efficiency: as a
result of preventing infertility in women of childbearing age, preventing mental
changes caused by them and preserving the family, as well as restoring the health of
patients, 15,600,000 UZS will be saved, spent on inpatient treatment of this disease
once a year for seven days;

second scientific novelty: substantiation of the frequency and mutational
spectra of systemic genes of hormonal regulation involved in the control of
folliculogenesis (A2039G FSHR, Ala593Pro LHCGR) and assessment of their role
in the pathogenesis of infertility in women, as well as the feasibility of genetic testing
of allelic polymorphism of prognostic marker genes in predicting the risk of
impaired fertility, is included in the content of the methodological recommendation
«Diagnostics of A1298C and C677T polymorphisms of the MTHFR gene in case of
infertility and recurrent miscarriage», approved by the coordination and expert
council of the Republican Specialized Scientific and Practical Medical Center of
Hematology No. 7/1 dated August 15, 2023. This proposal was put into practice by
orders of the Republican Specialized Scientific and Practical Medical Center of
Hematology No. 7/1 dated 08/15/2023, as well as the laboratory and clinic of
«DoktorD-IVF» LLC No. 3 dated 07/24/2023 (conclusion of the Scientific and
Technical Council of the Ministry of Health No. 02/37 dated July 8, 2024). Social
effectiveness: based on cyto- and molecular genetic studies, a connection has been
established between age and TMI indicators of chromosomal and gene disorders in
the pathogenesis of reproductive dysfunction in women of Uzbekistan,
characteristics of the duration of infertility in subgroups of patients, the role of age
In reproductive problems, the role of diseases of the endocrine system affecting
women’s health, the age-related impact of a decrease in ovarian reserve and
deterioration in egg quality on reproductive outcomes, which made it possible to
improve the diagnostic procedure. Economic efficiency: as a result of preventing
infertility in women of childbearing age, preventing mental changes caused by them
and preserving the family, as well as restoring the health of patients, 15,600,000
UZS will be saved, spent on inpatient treatment of this disease once a year for seven
days;

third scientific novelty: evidence of the frequency and mutational spectra of
folate cycle genes in women with impaired fertility, as well as the role of
polymorphisms C677T of the MTHFR gene and A66G of the MTRR gene in the
development of miscarriage in primary infertility in women, is included in the
content of the methodological recommendation «Diagnostics of A1298C and C677T
polymorphisms of the MTHFR gene in case of infertility and recurrent miscarriage»,
approved by the coordination and expert council of the Republican Specialized
Scientific and Practical Medical Center of Hematology No. 7/1 dated August 15,
2023. This proposal was put into practice by orders of the Republican Specialized
Scientific and Practical Medical Center of Hematology No. 7/1 dated 08/15/2023,
as well as the laboratory and clinic of «DoktorD-IVF» LLC No. 3 dated 07/24/2023
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(conclusion of the Scientific and Technical Council of the Ministry of Health No.
02/37 dated July 8, 2024). Social effectiveness: based on cyto- and molecular genetic
studies, a connection has been established between age and TMI indicators of
chromosomal and gene disorders in the pathogenesis of reproductive dysfunction in
women of Uzbekistan, characteristics of the duration of infertility in subgroups of
patients, the role of age in reproductive problems, the role of diseases of the
endocrine system affecting women'’s health, the age-related impact of a decrease in
ovarian reserve and deterioration in egg quality on reproductive outcomes, which
made it possible to improve the diagnostic procedure. Economic efficiency: as a
result of preventing infertility in women of childbearing age, preventing mental
changes caused by them and preserving the family, as well as restoring the health of
patients, 15,600,000 UZS will be saved, spent on inpatient treatment of this disease
once a year for seven days;

fourth scientific novelty: based on the results of molecular genetic studies,
evidence of a method of primary prevention of infertility for restoring reproductive
function and preventing its disorders in Uzbek women, is included in the content of
the methodological recommendation «Diagnostics of A1298C and C677T
polymorphisms of the MTHFR gene in case of infertility and recurrent miscarriage,
approved by the coordination and expert council of the Republican Specialized
Scientific and Practical Medical Center of Hematology No. 7/1 dated August 15,
2023. This proposal was put into practice by orders of the Republican Specialized
Scientific and Practical Medical Center of Hematology No. 7/1 dated 08/15/2023,
as well as the laboratory and clinic of «DoktorD-IVF» LLC No. 3 dated 07/24/2023
(conclusion of the Scientific and Technical Council of the Ministry of Health No.
02/37 dated July 8, 2024). Social effectiveness: based on cyto- and molecular genetic
studies, a connection has been established between age and TMI indicators of
chromosomal and gene disorders in the pathogenesis of reproductive dysfunction in
women of Uzbekistan, characteristics of the duration of infertility in subgroups of
patients, the role of age in reproductive problems, the role of diseases of the
endocrine system affecting women’s health, the age-related impact of a decrease in
ovarian reserve and deterioration in egg quality on reproductive outcomes, which
made it possible to improve the diagnostic procedure. Economic efficiency: as a
result of preventing infertility in women of childbearing age, preventing mental
changes caused by them and preserving the family, as well as restoring the health of
patients, 15,600,000 UZS will be saved, spent on inpatient treatment of this disease
once a year for seven days.

The structure and scope of the dissertation. The dissertation consists of an
introduction, five chapters, conclusions and a list of references. The volume of the
dissertation was 120 pages.
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