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Oxupru Hwuiapja reHJapHUHT MOJMMOp(GHU3MHU TyFMa pHBOKIaHuII aHoMmanusuiapunu (TPA) ro3ara kenumu-
Ja anoxuna kacO sramiamoka. ['ennap nomumopdusmuan TPA HE kenTHpHO YMKapyBUM T€HETHK OMMII JEHUII MyM-
KuH. VIHCOH Mpcuil KacauTHKIIapH, (prito Ba OHTOTCHE3HUHT Xap X1 OOCKWYIapuaard, MyTalusiapaa, 9K30 Ba 3HAO-
reH cababnapra Kypa HaMOEH OyiaanraH MaToNOTHIIapHAnp. by maTonorusuiapHu NepuHATAN AaBpla Ba SMOpHore-
HE3HMHT 3pTa 00CKUYJIapHaa aHUKJIAl MyMKHH.

MOJIUMOP®U3M I'EHOB U PAHHSSI TUATHOCTUKA BPOX/IEHHbBIX AHOMAJIMU PA3BUTHUSA
I'. 1I. Dara3apoBa
Camapkanackwii ['ocygapcTBeHHBIH METUIIMHCKAN HHCTUTYT, CamapkaHy, Y30eKucTaH

B mocnemnme romel 0coOyro poih B BO3HHKHOBCHHH BPOXKACHHBIX aHOManui passutus (BIIP) wurparor
noIMMOpP(GU3MBI TeHOB. MOXKHO CKa3aTh, YTO MOIUMOP(I3M IeHOB SBIIACTCS TCHETUIECKUM (haKTOPOM, BEI3BIBAIOIIIM
BIIP. HacrmencrBeHHble OONE3HH YENOBEKAa — 3TO IMATOJOTHH, BO3HHKAMOIINE HA PAa3HBIX JTamax (HiIoreHe3a
OHTOTCHE3a, IPU MYTAIIHAX, IO SK30- U YHIOTCHHBIM MIPHYHNHAM. DTH NATOJIOTHH THATHOCTUPYIOTCS B ICPUHATAIEHOM
MepHoie U Ha paHHUX dTanax SMOpHUOTeHe3a.

POLYMORPHISM OF THE GENES AND EARLY DIAGNOSIS OF CONGENITAL
DEVELOPMENTAL ANOMALIES
G. Sh. Eltazarova
Samarkand State Medical university, Samarkand, Uzbekistan

In recent years, gene polymorphisms have played a special role in the occurrence of congenital developmental
anomalies (CMD). We can say that gene polymorphism is a genetic factor that causes congenital malformations. Hu-
man hereditary diseases are pathologies that occur at different stages of phylogenesis and ontogenesis, with mutations,
for exogenous and endogenous reasons. These pathologies are diagnosed in the perinatal period and at the early stages
of embryogenesis.

Hom3ap6auru. Typau nonyssiuusia rewnap noiaudopdusmu yprauuiarad Ba yJIapHUHT acco-
nmuarusicu Kyimmarnaa: IRF6, MDR1, MTHFR, ADHIA, ADH1B, ADHIC, MSX1, NAT?2,
CYPIA1, PVR2al, Oy rennap xomunana TPH (Kyén nab/6ypu Tanrnait) puBoxJIaHUIIUTA OO
KenyBun reH omwuiapunup. Poccusima 6upunun 0ynu6 TPH Oponxo-oxkynodanuuan cUHIPOM
(BOFS) JHK mgmarnoctukacu unuiad yukuiad. Myramus xoiin TFAP2A renuna seHUlt unrapu
Mabiaym Oynmaran myrtamnusi TFAP2A renunna anwkianrad. 8 reHHUHT 10 moauMopdu3Mu KOM-
IUIEKC MOJIEKYJISIp — TeHeTHK TeKmupuirad. Jlemak rennap nonmumopusmunuar TPA pusoxiia-
HUIUAA YpHU OOpiMrd Mabiaym Oynau. by aHukianran reHeTuk mapkepiap TPA puBoximaHuII
xaB¢uHu Kypcataau (1,2, 5,6,9).

XpoMocoMalap COHJIM aHOMAJIMSICH, TEHOM MyTalMsJiap Opacua SHT Ky ydpanan. Xpomo-
coM anoManusapaa 60-80% xomunanuHr ¥3-y3uaan tymumu 103 6epaau. BXXCCT mabnymoTia-
pura kypa xap WWIM TyFMa PUBOXJIAHUII aHOMAJHUSUIapU OWJIaH TYFiIMIIl Kypcarruduu 4-6%Hu
tamkuia kuinanu (3,4,7,8).

Xenopus laevis, amOpuonHnapuaa YTKa3uiran taxpuOanap IIyHU KYpCaTAUKH, OJaMHUHT
frizzled-5 (hFz5) 6y Wnt5a nuranguausr peuentopuaup Ba Wnt5a/hFz5 curnamiapu YKHUHT UH-
nyknuscura Bocutauniauk Kwiaau. [y ounan Oupra, kaHoHnuk Oynmaran WNTSa, nmyHMHTIEK,
Xy)Xalipa Ba pelenTopiapHUHT KoHTekcTura kapad, Rorl/2, RYK Ba RTK Ounan Gornanuo,
Xykaiipa nponudepanusacu, Kyroaanumi, naddepeHnuaius Ba anonTo3nal TopTuo, Typiau GyHK-
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uUsUIapHU Oa)KapuIly KypcaTHIIraH.

WNT5a renu, myHUHTACK, aéll penpoAyKTUB TU3UMUHUHT Haia0 OYIuIMIa Ba TYFPyKAaH
KEeWHH pUBOXKIIAHUIIIN, SCTPOTeH jkapa¢HuIa Xykaiipa Ba MOJIEKYJISIP KaBOOJIAPHUHT aCOCUN KOM-
noHeHTH xucoomanaau (9,10,11).

YMyMaH Haciuil MaToJOTUSIAPHUHT cababnapu Oy TeHJIApHUHT MyTalusAra ydypamu OuiaH
TymuHTHpHiIaad. OTa Ba OHaJa HACIMKA OMMIIHHHT OVIIMIIM TyFMa PUBOKJIAHUII aHOMAIHsIIApU
OWJIaH TYFHIIMII XaBOUHHA OIITUPAJIN.

Maxkcaag Ba Basudaaapu. Tyrma pHUBOXIAQHUII AHOMAIMSUIADUHUHI 3pTa TaLIXHUCIIAII
MakcaJuaa MOJIEKYJSIp-TeHETUK XuXariaH, rernap nonuMopdusumuaun WNTSA renunu Typnu
TCHOTHIIMK BapHAHTIAPHHN YPTaHUIIL

TaakukKoT MaTepua/Luiapu Ba Tekmmpui ycysaaapu. Camapkany BuwiosaT “Ona Ba 6omna
ckpunuHr” Mapkazuaa 2020-2021 insuiapaa HUFIIIral MOPCHepKTUB MaTtepuauiap. TaakukoTiaap-
na WNTSA reHuHUHT TEeHOTHN MOJMMOP(HU3MHHU aHUKJIAII Makcaauaa Takaum stwirad 100 ta
XOMMJIQJIOPJIADHUHT OMOJIOTMK KOH HaMyHajapuJaH MeHETHK TaXJIWI TaJKUKOTIApH YTKa3WJIIH.
Vnapuunr xomunacuna TPA aHukiaHras.

Texmupum HaTwxkagapu. ['ereposurorasm renotun -21 Hadapuma (21%) aHUKIAHIH.
Mynnan xapunpouutvk gapaxacu 4 Hadapuna (19%) yupamgu. I'eteposzuror renorumn QoHuaa
TyFMa PUBOKJIAHUII aHOMAJMsUIApu Kyiunarnda tapkud tomau. TasHu tuzum TPA 6 Hadapuna
(28,6%): oéxmapuuHr maiiMmokauru 3 Hadapuna (50%), ynapuunr 1 nvadapu (33,3%) Kapungomn
HUKOX, aXOHJIPOTEHEe3HsI, XOMUJIa OYMMH COXACH KHCTO3 TUTPOMAcH + GapMoKiIap peayKIusicu Ou-
JIaH, 3TU3 XOMUJIAIOPIUKHU OMpPHHUKCHAA aKpaHHs (KpaHHOpaXIIU3UC) + KYyIuaa aMenus Ba HK-
KMHYM 3ru3akaa gero deran cunapom ubdopar 6ynau 1 Hadapaan (16,7%). Cuilauk axxpaTil TH-
3umu TPA 5 nadapuna (23,8%) ky3arunnu. Ynap, ukkana Oyiipak NHen03KTa3usacu + Merayperep,
UKKaya Oyipak ruspoHedpos3u, KapuHIOI HUKOXJIapAa. byiipakiap MyJabTUKUCTO3U + acuuT Ou-
JaH, ynapaa XaM KapuHAOII HUKOXJIMK OYnraH. byiipakiap moaukucTo3u Ba YHT Oyipak TUIOIIa-
3usl +pUBOXKIIAHTaH KaM CyBIMK OunaH 1 Hadapaan yuparan (20%). FOpak KOH TOMUp TU3UMU
TPAnapu, TyFMa ropak Hykconnapu 4 Hadapuna (19%) anuxmnanau. 3 Hadapuna (75%) ropak are-
PUOBEHTPUKYJIAP KJIAallaHW HYKCOHWJIAapu + BeHTpuKysnomeranus Ounad, 1 Hadapuna (25%) ropak
VHT KOpPHHYAaCHJAaH HWKKTa MarucTpand KaTTa KOH TOMHUpPJIApDHH aopTa Ba YNKa apTepUSICUHU
YUKHINNA + BEHTUKYJIOMeranus OwiaH. bom must puBokimanum anomanusicu 3 Hadapuna (14,3%)
103 Oepran. I'maponedanus 2 nHadapuna (66,7%), mynnan 1 Hadapuna KapuHIOM HHUKOXJIHUK
MaBxya (50%), rokopuaa aiitu6 yriaranunaek 1 vHadbapuna (33,3%) sru3 XOMUIATOPIUKHA OUPHUH-
qyrcua akpaHus (KpaHHOPAXIIM3UC) + KYyIuaa aMenus Ba WKKUHYM dru3akaa ¢ero ¢eran CuH-
JPOM aHUKJIAHTaH. XOMWJIAHUHT HOUMMYH LU + XOMUJIAHU PUBOXKIJIaHMal KoUK 2 Hadapu-
na (9,5%) ronunau. Mebna nuak tuzumu TPA, 1 nadapuna (4,8%) ractpomn3 KYpHUHUIIMIA HO-
MOEH Oyau. XoMuiia OYiMH coxacu KucTo3 rerpomacu 1 Hadapuna (4,8%) yapaam.

[Myrnait Kb, reTepo3TUTOT TEHOTUTIAA KapUHAONLIUK aapaxacu 4 Hadapuu (19%) Tam-
kun kwiau. TPA opacupa, tasau tusum TPA 6 nadapuna (28,6%), culAMK akpaTHIl THU3UMHU
TPA 5 nadapuna (23,8%), ropak KoH Tomup Tu3uMu TPAnapu, Tyrma ropak HyKconnapu 4 Haga-
puaa (19%), 6om mus puBoxiaaHui anomanusicu 3 Hapapuna (14,3%) Ba XOMUJIaHUHT HOUMMYH
MM + XOMWJIAHH pUBOKIaHMai kKonumu 2 Hadapuaa (9,5%) tomwinu. Mebia wuak TH3UMU
TPA, 1 nadapuna (4,8%) ractpomus KypuHUALINA2 HOMOEH OYnau. Xomuia OYHHUH cOXacu KUCTO3
rerpomacu | Hadapuna (4,8%) yupamm.

['omo3urot renorun 3 Hadapuaa (3%) yupaau. Kapungonumk gapaxacu Hyk. ['ommosuror
TeHOTHIT (POHUAA CHUIUK YMKAPUII TH3UMH aHoManusuiapu 2 Hadapuaa (66,7%) — gan Oyipak
rupoHePpo3u Ba MUENI0dKTa3us KYpUHUIIUAA HaMoEH Oynau. 1 Hapapuna (33,3%) TasHy TU3UMU
AHOMAUIUSCH, KYJI MTaHXacu Ba OapMOKJIap peayKIHMACH Ky3aTHIAU. [ OMO3UIOT TeHOTUTIAA KAapHH-
JONLIMK Oupra yupamaau. ['oMo3uror reHoTun (GoHMIa acocaH CHHIUK axparuil TU3uMu TPA
AQHUKJIaH/I.

XyJoca.

1. I'erepo3turor renotun Gouuna TPA opacunma, tasad tm3zum TPA 6 nadapuna (28,6%),
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cuitnuk axparum tusumu TPA 5 madapuna (23,8%), ropak koH Tomup tu3umu TPAmnapu, TyFma
topak Hykconnapu 4 Hadapuna (19%) anukinanau Ba KelMHru YpuuiapHu Oomka tusum TPA
srajaan. 'oMMO3UToT reHoTUN (POHUAA CHIIUK aXpaTuil Tu3uMu 2 Hadapuaa (66,7%) Ba TasHu
tuzumu TPA napu 1 nadapuna (33,3%) anuxnanau.

2. Tasnu Tusum TPA Ba cuiinuk axkpatuil TusumMu TPA napu rerepo3TUror — Ba TOMMO3HU-
rot reHoturuiap ¢Gonuaa yupaau. XKamu tasad tuzuM TPA Ba cuiiauk axparuin tTusumu TPA 7
Hadapnaas (33,3%) Tamkwn KHiam.

3. Kapunaonuiuk (axkaT retepo3Turot renoturnia Kysatmiaa 4 nadapunaa (19%).
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