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KUPWULL (dpancada goktopu (PhD) auccepraumscy aHHOTaLMsACK)

OuccepTauua MaB3YCUHMHI [0N3apbnuru Ba 3apypaTu. XXaxoH
COFNIMKHU caksaw Tawkunotu (XKCCT) mabnymoTnapura kypa..." ayHéaa
xap wumnu 5 éwraya 6ynraH 3,3 MWINMOHZAH OpPTUK 6Gona TyFMa
puBOXXNaHuW HykcoHnapu (TPH) Ba xpomocoma aHoManusnapu (XA) aaH
BadoT 3aTagm, 3,2 MUIIMOH TUPUK KONraHnap aca y €ku 6y fapaxagaru
HOFMPOHNMKKA  9ra. TyFmMa  aHOManusanap  4actotacu  Typau
nonynsauusanapgaa 2,7% faH 16,3% rada, XxpomMocoma aHoManuanapum aca
yMymMun xucobga 1,5% HuM Tawkun aTagn." Xo3upru BakTAa npeHaTtan
ANarHoCcTMKa MyHO3apanuM Macana 6ynmb, yHAa  yAbTpaTOBYLU
TEeKLWNPYBUra, XyCyCaH, XOMWIaAOPJSIMKHUHI AacTnabku 60ckKuunapuia
axorpadmKk Ba OWOKMMEBMM MNPEeANKTOPSapHM aHuKJawra anoxuaa
9bTU6Op KapaTunMmokga. CyHrrM nunnapga XOMWAHMHI PUBOXXIIaHULL
HYKCOH/1TapyM Ba XpOMOCOMa aHOMasusaflapuHUHE KEHI TapKanuwm éunax
6up KaTopAa HOMMPOHNMK Ba 6onanap YyAMMu papaxacu xam opTtub
60pMoOKaa.

[lyHEéaa Xx03uMprM BaKTAa XpOMOCOMa aHOManusanapu Ba TyFMa
HYKCOH/TapHW MnpeHaTan TawXWUCAaWHUHI aCoCUi YyCynu ynbTpaToByL
ANarHoCTMKacu xucobnaHaan, amMMO MWIab 4mkunraH axorpaduk
MapKepnapra KapamaMn, HOTYFpu canbuin HaTuxkanap xonatnapu Maexya
6ynun6, ynap uHBasvB 6yiMaraH npeHaTan TecT Ba GUOKUMEBUN CKPUHUHI
Kabu KylMM4ya TaaKMKOTnap YTKasuwHW Tanab kunagu. buHobapuH,
ywoby MacananapHm ymMymMnawTupraH xonja ypraHvwra KapaTtuiaraH
TaAKUKOTNaAp  xoMunaga TyFMa  HYKCOHMap Ba  XpomMocoma
aHOManusapyMHM spTa NpeHaTtan Talxucnalwl HaTuXKanapuHu ceamnapin
Aapakaja saxwmaaw UMKOHUHKU 6epaau.

XoMunaga TyFMa HYKCOHMap Ba XpOMOCOMa aHOManusanapuHu aprta
Tawxucnaw  ounaga TM6OMA  MafdaHUSAITHM  owupwuw,  aénnap
casioMaT/IMMMHNU MycTaxkamiall, COF/IOM aB/iofgHU AyHEra KenTupuw Ba
TapbusanawHWHE  YCTYBOp  WyHanuwiapuvHuM  amanra  owwupuuira
KapaTuaraH acocuin BasudanapgaH 6upu xucobnaHagu. [ucceptaums
nwmn Y36eKNCTOH Pecnybnukacupga yLoy NyHanuwgaru
yMyMAawWTUpuaraH mw 6ynmn6, XoMMnagopanKHUHI 3pTa MypaaTtinapuga
xoMunaga TyFMa HYKCOHNap Ba XpoMOcCOMa aHoManusanapuHu apTta
Talwxucnaw gactypnapMHy TaKOMUAMALWTUPULL, ULLIIA6 YNKULL Ba KIIMHUK
amManuéTra TaToumk aTuLLra 6aFuLlaHraH.

MamnakaTuMnsa COFNIMKHM cakiaw TusMMumpa X03uprn BakTaa
XOMUNaAO0PSIMKHUHT AACTabkKy y4 onmaa MapKasuin Kyn TapMokJ/iv TyMaH
(waxap) NoNuMKNMHUKanapuaa aénnapHu OMMaBWUA TYFpPYKAAH ONAMHIM
yNbTpaToOBYW TeKWWpyBUAaH YTKasuw opkanu xomMunagarn TyFma
HYKCOH/Map Ba XpPOMOCOMa aHoOManuAnapuvHu nporHosnaw Ba JpTa
TalWXUcnawHn TakKoOMUANALWTUPULL BYMYa KEHI KyiaMan MakKcaanm 4yopa
-Tagbvpnap amanra owuvpunmMokga. Ywéy MyaMMOHWHI eyumu “ouna
canioMaT/IMIiMHU MycCTaxkamsall, OHanuK Ba 60ManvMkHN Myxodasa Kunuiy,
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6onanap Ba OHanapra TMO66MM EpAamM KypCaTULUHW KEHrauTupuLl, ynapra
NMXTUCOCNALLTUPUIITaH Ba HOKOPM TEXHONOrMsanm Tmbbuin épaam KypcaTtuL,
Yyakanokjiap Ba 6onanap YAIMMWHW KaManTupuw'" 6yinnmda KOMMiekc 4vopa-
Taf6upnapHn Kabyn kunuwra kapatunrad 2017-2021 nunnapaa Y36eKucToH
Pecny6nnkacuHn pUBOXMAHTUPULLIHWMHE GeLuTa YCTyBOp MyHanuwu 6ynnya
XapakaTtnap cTpaTternsicn 6unaH yambapyac 6ofnuk,. LLly myHocabaTt 6unaH
axonumra TM66MM €paam KypcaTULLHK, LY XYMiagaH XOMWIaAOpPSNKHUHI
OUPMHYM TpUMMecCTpuaa ynbTpaToByLW, GBUOKMMEBUIN CKPUHWUHT Ba HUMT
opKanu TaWxuc KyMMWw Ba MNPOrHo3nawHu axwunaw  6ynuya
TagKUKOTNAPHM AHMM 60CKMYra KyTapuLl 3apyp.

Y36eknctoH Pecnybnukacu [pesuaeHTMHUHr 2022  un 28
aHBapgarn [®-60-coH "2022-2026 wunnapra Mys/mxkannaHraH $SAHru
Y36eKUCTOHHUHI TapakKWET cTpateruscu Tyrpucupaa’tn dapmonu, 2019
mmn 8 Hosbpaarn [1K-4513-coH  "PenpoayktmB é€wparn aénnap,
xoMunagopnap Ba 6onanapra KypcatunaérraH Tmbémin épgam cndaTtnHm
AXWKNaw Ba KeEHrantTupuw TyFpucuaa’tm Ba 2022 nun 25 anpengaru MNK-
216-con "2022-2026 wnunnapga OHanuK Ba 6onanMkHM Myxodasa
KUWAULWIHMA  KyYaunTupuw TyFpucuga'rm  Kapopnapu xamaa Maskyp
daonuATra  TerMwamM  60WKa  MEbEPUM-XYKYKUI  XyX>KaTnapaa
6enrmnaHradH BasudanapHuM amanra owwupuira ywey aucceprauus
TaAKUKOTN MyalsiH fapa)kaga xm3mart Kunaau.

TaaKUKOTHUHT pecnybnuka daH Ba TexHonorusnapm
PUBOXJTAHULUMHUHI YCTYBOP MyHanuwnapura Mocnuru. Ywoy TagkukoT
pecnybnunka daH Ba TEXHONOIMsINapu pUBOXIAHULWIMHUHT VI "TN66MET Ba
dbapmakonorus" yctyBop nyHanuwura MyBoguk 6a>kapuiraH.

MyaMMOHUHI YpraHUAraHaIuK aapaxacu. XoMuaaHMHI PUBOXK/IaHMULL
HYKCOHMIapu Ba reHeTUK, HOKYMIM Ba 9KOMIOMMK oMuninap ypracugaru
OOFNUKJIMKHN  aHUKNalura WMKOH 6epraH 3aMOHaBU TUOOUETHUHI
cesnnapnu KTyKapura kapamam, puBoXXnaHuw aHoManuanapuHuHr 50%
AaH  OpTUK  XxONaTnapuHUHr cababnapy aHukjaHMaraH. KnuHuk
amManuéTtra npeHaTtan gMarHOCTUKaAHUHI 3aMOHaBUW YCYNapuHU XXOPUN
aTUW Tydanan xpoMocomMma aHOManusanapyu Ba pUBOXXIaHUL HYKCOHMapu
6ynraH 6onanap TyFunuw xaBdu OKopu 6ynraH 6emoprapHu ¥3 BakTuaa
aHUKMaW WMMKOHUATU nango 6ynan. XOMWUNaHWHI TyFMa HyKCOHNapwu
Typannn to3ara KenaguraH HeoHaTan VyAMM Ba  HOMMPOHJSIUKHWUHT
IOKOPUINTMHU  XxMcobra ofiraH XonAa, YNapHWHT ONAWHU ONUL  YYYH
npeHaTan gunarHoCTMKaHu TaKoOMWIaWwTMpULL JOMMO acoCUi Ba yCTyBOp
Basuda 6ynmbé konmokaa. Ounnanapaa TM66mMin MagaHUSATHU HOKCANTUPULL,
aénnap canomMmat/MrMHM  MycTaxkamnaw Ba COf/IOM  aB/lOfHM
lWaKnnaHTUpuWra KapaTtuiaraH acocui BasudanapgaH o6upu xomwuna
HYKCOHMapuMHM 3pTa Tawxucnaw Ba ONAMHU onuwaup. TyFma
natonorusanuM 6emoprsiapHM faBosiall, peabunutaumsa Kuauw Ba ympbéoa
cakjlall XxapaxaTnapu npeHaTan [uMarHocTuka  xapaxatnapupad
cesunapnuM pJapaxkaga owub ketagu, 6y aca TIMKK Ba CA 6wunaH
KacannaHraH 6onanap TYFUIULLMHWUHT ONAMHU OJINLWIHW MaMakaTUMu3
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COF/IMKHM caKkJjlall TUSUMWHUHI 3HI AoNn3ap6 MyammonapugaH 6upwura
annaHTMpagn. Xomuna pUBOXIAHWUW HYKCOHNapM Ba XPOMOCOMA
aHOMarusiIapMHM Tawxucnall y4yH Taknmd aTunraH kynnaé ycynnapra
Kapamal, MyTaxaccucnap opacuja 3Hr camapanu cTpaTernsiHu TaHnaw
6ynmnya xaHysrava siroHa Gukp MaBXXyg amMac.

Xomuna PUBOXNAHULL HYKCOHTaPUHUHT yNbTPaTOBYLL
ANarHocTmKacu XOMUNaA0PINKHUHT NKKMUHYM TpumMecTpuaa
camMapanupok, Ba Kynpok, MabnymMoT 6epagu. ByHUMHr cababwu LiyHpakw,
XOMWUMAAOPIMKHUHI By 60CKMYMAa xoMuia annakadyoH eTapsmya Kartta
6ynn6, opraHnap Ba Tusumnap Wy Aapaxkaja puUBOXKaHAMKK, yNapHU
yNbTpaToOBYW €pAamMumpa OCOHIMMHA Kypuw MYMKUMH. MacanaH, topak,
bynpak, 60w Mu1sa Ba 60LWIKA MyxnM Tysunmanap aHaTOMUSICMHWN Gaxoall
MYMKWH. BaxonaHku, apTa Myapatnapaa, OupuHYM TpuMmecTpaa
XOMWMAHUHI KWUYMK ynyamiapu Ba TacBUpPNApHUM TalKWH Kuauwaaru
KUWAMHYMIMKAAP Tydanam ynbTpaToBYLW TEKLWUPYBU HOKOPW Manakanm
MyTaxacCUCNapHU Ba KYyLIMMYa YCYyN/apHW KynnawHu Tanaé kunagu. by
MyagaTtnapga 3MOPUOH Ba YHUHI ab30/1apyu XaKMUHWUHT KUYUKIIUTK,
LWYHUHIAEK, YN4YOBNap Ba XOMUIAHMHE XOMNaWyBu Kabu TalxXmuc KymuLL
YYYH aHUK MablyMOTNApHW aHuKaWwpa KUAMHYMAWKNap Tydannm
TankMH Kuavwpa xatonap O6ynvwun  MyMKWH.  BWpoOK, MKKUH4YM
TPUMECTPHUHI KeYypoK, Myaaatnapua ynbTpaTOByLW TEKLWUPYBU TyFMma
HYKCOHIapPHUHI aKCapUATUHU aHUKaLW, WYHUHIAEK, XOMUAAHUHT YCULLM
Ba  PMBOXIAHULIMHW  Ky3aTUW  MMKOHWHM  bGepaan, 6y aca
XOMUNaZO0P/IMKHN ONM6 GOpULL pexxacuAarn ofuLLMapHU 3pTa aHuMKJaL
Ba TysaTuwra épaamMm OGepagu. [locTHaTan pgaBpAa KynuH4Ya Xupaumn
HOFMPOH/IMKKA cabab 6ynaguraH 3HI KEeHr TapKasraH XpomocoMma
aHoManusicu - [layH cuHgpomuHu (CD) aHMKnaw anoxupa Aonsapo6amk
Kach aTtagn. TnbbuMn-reHeTMK MyaccacallapHM OMMaBWIA Ba CeNIEKTUB
CKPUHUHI TaAKWMKOTMApUMHW YTKasuw Y4YyH 3aMOHaBWM [MarHoCcTuKa
yCKyHanapu Ba 3apyp 6yT/I0BYM KMCMIIap 6unaH TabMUHAALW Y36eKUCTOH
Pecnybnukacu lNMpesnaeHTnHuHr 12.03.2013 nungarm 1935-coH Kapopura
nnosara mMyeoduk, "CoFnoM aBfiog y4yH' XamFapMacu Kymarmaa amanra
owmnpunaan. Xommna natosIorMACMHUHT Kynnab 6unsocuTa 6enrmiapuHm
CTaTUCTUK TaxJMn Kunuwra acocsaHraH CKPUHUHI AacTyp/iapuHUHE
MaKcuMMan camapafopivrura UMKOH Kajap KYMnpokK, XOMWagopriapHu
KamMpab onraH xonga opuwunagn. COFAMKHM cakfiaw  TU3MMM
PUBOXNaHraH MamnakaTiapga npeHaTtan [UarHOCTUKAHWHE  acocum
YyCYyNM KOMOMHaUUANaHraH CKPUHUHE 6Yynub, y GUPUHYM TPUMECTPHUHT
YyNbTpPaTOBYW  MapKep/ilapuvHW, LWYHUHrAeK, OupuHYM  TpUMECTpAa
XOPUOHMK roHagoTponuH (B-XI') Ba PAPP-A okcunu 3pKuH cy6oupnuru
AapaXKacUHW, WKKUH4YM TpuMecTpaa 3ca anbda-detonpotenH (ADM),
KOHbloraumsinaHMaraH actpuon (33) Ba B-XI gapaxacuHu Taxaun
KWUIULWHKW Y3 nymra onagu. by ycynnap gmMarHOCTUKAHWHI CE3rUPJIUITUHM
ces3nnapnv fapaxaga owupagu Ba COXTa MXOOMIM HaTmdKanap COHWHM
KamanTupagu. bupok, deTtonnartceHTap eTULWMOBYMIMK Ba OOLWKA
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aKylwepnuk natonoruvsnapuga 6MOKMMEBUMA MapKkepnap AapaXaCUHWHT
y3rapuvwm Tydannm KoMbuHaumsanaHraH CKPUHUHE Ce3rmpanrm nacammium
MYMKWH. ByHaan xonnapga ynbTpaToOBYyLW MapKepsapy Ba HOWMHBasuB
npeHatan Tect (HMT) camapanupok, 6ynagu, y FoKopy aHUKIUrn Tydannu,
aiHMKCa XpOMOCOMa aHOManusanapura HucbaTtaH, oHa Ba 60na ydyH xaB®
TyFAnpMacpaH xaBdnapHM aHuK Ba XaBPCU3 aHUKAL YYYH WULIOHYIN
MYKOOU xucobnaHagu.

OuccepTtauua TaaKUMKOTUHUHI AuccepTaumsa OGaxapunraH Onvuun
TabJIMM MyacCaCaCUHUHI WIMMIA-TaAKMKOT uLlapyu pexanapu o6wunaH
6oFnuKNAUrn. Juccepraumsa TaakMKoTU TUBOUET XOAUMIAPUHUHT Kacoui
MasnakaCMHU PUBOXIAHTUPULL MapPKa3UHUHI WIMUR-TaAKMKOT wuwniapu
peXxxacu govpacuaa 6axkapunraH.

TagKUMKOT Makcagu: KOMOMHauusinaHraH YynbTpaToBYW  Ba
OUOKMMEBUNA CKPUHUHI XamMAa HOWMHBA3MB MpeHaTan TeCTHM Kynnail
OpKanu XOMWJT@aHWUHI  PUBOXKJIAHULL  HYKCOHMapu Ba XpoMoOcoMa
aHOManuanapuvHU Tawxmcnaiwl camapagop/IMrMHn ypraHuL.,

TaaKUKOTHUHTI Basudanapu:

XOMWUMAAOP/INKHM OOLIKapULW CTPaTErmsACUHU ULWNA6 YMKULL YYyH
npeHaTtan AuarHocTuka o6enrmnapu cudatunga xomuaa Xpomocoma
aHOMasMANapUHUHI YNIbTPaTOBYLL NMPEeAVUKTOPNapMHU Ba YIapHUHE TyFMa
HYKCOHJ1ap 6unaH 6upra KenumwmuHn aHuKnaL;

XOMUNAQOPSIMKHUHI  9pTa  MygdaTtnapuga  XOMUNaZopJIMKHM
TYXTaTULLIHW acocnall YYyH XOMUa PUBOXKIAHULLIMHUHE Ty3aTuiagurax
Ba TysaTuaMamauraH TyFMa HYKCOHJIAPUHUHI  MWAab  YMKWIraH
yNbTPaTOBYLU ME30HIAPUHMHI caMapagop/IrMHu 6axonaw;

XOMUa pUBOXIaHUWMAArn TysaTunaguraH TyFMa HYKCOHSTapHUHI
MNPOrHOCTUK YNbTPaTOBYLU Ba OBUOKMMEBMI MapKeplapuHM ULWIad YnKmLL;

XOMUa PUBOXIAHULLMHUHE Ty3aTunaguraH TyFMa HYKCOHapupa
XOMWUNAAOP/INKHM  y3alTUpULL TaKTUKAcKM Ba CTpaTerusicuHuM wuwnab
YUKNLL.

TaaKUKOT O6BEKTU: pexanu TapTubaa CKPUHUHI TeKLupyBura
KenraH 256 Hadap XxpoMoCcoOMa aHOManusnapu Ba XxoMuna puBOXJ/IaHULL
HyKCOHMapuM 6wunaH TyFunuw xaBdu tOKopu 6ynraH  xomMunagop
aénnapHWHI KOMMJIEKC TEKLLMPYB MablyMOTIAapPUHN TaxX U/ KUJTALLL.

TaaKUKOT nNpeaMeTU. xoMunagopsunkHuHr | Ba Il TpumecTpuparu
xoMunagop aénnap, nepu@epumk KoH.

TagKUKOT ycynnapu: guccepraumsa nwimaa ynbTpaToByLU, 6MOMeTpuUS,
dbeTomeTpusa, pgonnnepomeTtpusi, 6uokumésmn PAPP-A, A®I, B-XI'Y Ba
HUNT aHnknaw ycynnapugaH ¢ponganaHunrax.

Oucceptauma TagKUKOTUHUHI WIAMMWA AHMMAUIUM Kynuparunnapgax
néopar:

XOMUNALOPIUKHUHT 11+0-+13+6 xabTanurnpa npeHartan
ckpuHuHrga XA, TKKK Ba ynapHWHr KOMOWHAUMACUHM aHWUKJIAWHWUHT
yNbTPaTOBYLU NMPeANKTOPSIapU YNAPHUHI y3ura XOC/IUIMHN XMcobra onraH
xonga acocnaHraH (XA - 85,6%-98,5%; BINP - 85,6% - 90,3% Ba BIMP+XA -
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91,3%-65,2%), 6y naTonorusiapHu aspTa TawxucnawHu 2,5 6apaBap
Axwmnangu,

yNbTPaTOBYLIHW xucobra onraH xonaa (TBIM 95 ¢ousaaH tokopu; KTP
5 ¢donsgaH nacT; 6ypyH cysaru 5 donsgaH nact Ba BEHO3 NYAMHUHT 1N 95
dbonsaaH KopK; TPUKypcnuaan peryprutatcusi) sa 6uoknméesuin (PAPP-A
- 0,35+0,02 MoM (0,2-0,5); XIr'Y - 2,75¢0,1 MoM (2 - 3,5MoM) xomuna
XpOMOCOMa aHoManusanapu npeankTopnapu Ba ynapHUHr 1 CKpUHUHIga
TYyFMa HyKCOHNap 6unaH 6upra Kenuwn xoMunagopavkKHu 4yauw 6ymnnya
afekBaT Kapop Kabyn Kuauwra épgamMm bepaguraH XOoMunagopsivKHK
ONM6 6opuWl CcTpaTerMsacu uwnab YmKunraH, ymymaH oOfraHga, ywoy
MapKepsiap CKPUHUHI TECTUHUHI ce3rnpanrnHn 90% ra owmpuil, xomusnia
PUBOXXAHULWINAArN MYMKWH OYNraH OfUWNapHU 6GawopaTt KWUAULIHK
AXWmMNaw UMKOHUHK 6epraH,;

NPOrHOCTUK YNbTPaTOBYLI TeKwupyBnapu (BeHTpuKynomeranua >95
NPOTCEHTUN, UKKN TOMOHIaMa TOMUP YUrannuHUHr 10 MM JaH OpTUK, Kyn
COHNM Kuctanapw; 6ynnH 6ypMacuMHUHr 6 MM AaH OPTUK KaTTanawuiiu;
OpaK YHI KOpMH4Yacu coxacugaru runepexoreH ¢Gokyc >2 MM; MKKU
TOMOH/IaMa MNMWeNoaKTasuMs >7 MM) XpOMOCOMa aHoManusinapw
CKPUHUHTUHUHI 2 MapKeprapw, WYyHUHrAeK, Ty3aTunaguraH TyFma
xomuna PUBOXXNaHNLL HYK.COHJTaPUHWUHI npegukKTopnapu
(BEHTpPUKY/IOMEranus, 103 HYKCOHMapW, TyFMa topaK HyKCOHMapw,
KaflOKCUMOH TaHa [UCreHesunsacWn, CUHOAKTUAUSA, KINHOLAKTUNUS,
OLLUKO30H-UYyaK  TpaKTu PUBOXTaHWLL aHoManuanapu,  yprada
rmapoHedpos), ynap y3ura XocAunk Ba cesyBYaH/IMKKA 3ara - MOC paBuLLAa
87,8% Ba 92,3%;

XOMUIa PUBOXKIIAHULL HYKCOHJTapy Ba XpOMOCOMa aHoMasnusanapuHu
yNbTpaToOBYL, OMOKMMEBUIN CKPUHMHI Ba HOMHBA3WB MpeHaTan TeCTHM
XMcobra onraH xonga xoMwWnagopsMKHU y3anTupuLll anropuTmnapu Ba
CTpaTervsacu nwnabd YMKuraH.

TagKUKOTHUHI aManuii HaTUXanapu KynmaarmnapnaH noopar:

XOMuUia XpoMOCOMa  aHOMaNUANAPUHMHI  UWnab  YnKuaraH
ynbTpaToBYLU Ba  nabopatopus 6allopaTYNNapUHUHT  KJTMHUK
camMapafopaurn Ba yNapHUHI TyFMa HYKCOHMap 6wunaH KOMOMHauMscu
npeHaTan pAuarHocTuka 6enrunapu cudaTtuga ynapHm Y3 BakTuAa
Talwxucnaw Ba XOMWUIAZOP/IMKHU y3anTupuw 6ynnda apekBaT Kapop
Kabyn KUInW MMKOHUHU 6EPULLIN aCOC/IaHTaH;

XOMUIa PUBOXIIAHULL HYKCOHJTapy Ba XpOMOCOMa aHoMasmsanapuHu
yNbTpaToOBYL, OMOKMMEBUIN CKPUHMHI Ba HOMHBA3WB MpeHaTan TeCTHM
XxMcobra onraH xonja XOMWNALOPSIMKHM Y3aluTUPULL TaKTMKacu Ba
cTpaTernsacu acocriaHraH Ba XXOpum aTuraH.

TagkukoTt HaTWXanapuHUHr WULLOHYJTUIIUTU TaakMKoTha
KyNnnaHunraH Hasapuin EHpalyB Ba YCYNNAPHWUHE  TYFPUAMrK, onubé
O6OpUIraH TeKLUMPYBNAPHUHI YCNYOUI XuxatnaH TyFpunauru, 6emopnap
COHWHWHI eTapan 3KaHAUIW, TEKLUMPYBAA YNbTPaTOBYLL, OMOKMMEBUI Ba
CTaTUCTUK yCyNnnapHUHr Ky/naHunraHnuru, 6apya pakamsn

9



Mab/lyMOTNAPHUHI 3aMOHaBUI KOMMbIOTEP TexHonoruanapu épaamMuaa
KanTa MWAaHraHaury, WyHUHIAeK, TaaKMKOT HaTuXanapuHUHE Xankapo
xamMpa Maxasnanm TaakMKoTnap KypcaTKuninapu 6unaH
TakKKOCMaHraHAnrn, CTaTUCTUK YCYTapHUHE KYNNaHUAraHAurn, osiHraH
HaTWXKanapHUHI BaKonatnu Ty3unManap TOMOHUAAH TacAUKJaHraHINMn
6unaH acocnaHaaun.

TaaKUKOT HaTUXXaslapUHUHI UIMUA Ba aMaiuii axaMUATM.

TagkuKOT  HaTWXanapuHUHC  UIMUMKA  axaMUATU  XOMWUJTaHWUHT
XpOMOCOMa aHoManusanapu Ba TyFMa HYKCOHJMIApUMHW aHuKawpa
yNnbTpaToByW, OMOKMMEBMA Ba HOMHBA3MB MpeHaTan Tawxucnai
YCYNNapuvHU  KOMMJEKC  KY/UaWHWHE  camapagopiavrn  unk  6op
acoCnaHraHnurn 6unaH nsoxiaHagn. TagKkMKOT XOMUIAAOPSMKHUHT 3pTa
MypaaTtnapupga  KoppekuusnaHyBuM Ba  KoppeKkuusanaHManpuraH
PUBOXX/IAHULL HYKCOHNapuHU dapkJjall UMKOHMHU 6epyBYM npeHaTan
Mapkeprsap, npegukTopfiap Ba Me30HNnap TyFpucugarun  UiIMun
TacaBBYpJlapHM KeHranTupagu. OnuMHraH HaTuxKanap naTosiornsisiapHu
9pTa aHuKNaL Ba FOKOpU xaBhnu XOMUNagopNKHU
nepcoHannawTupunraH onné odopuwra UAMUK-ycnybmuin €HpaluyBrapHu
TaKkoOMUAawTupuLIra xmucca Kywagwm.

TaAKUKOTHUHI aManuim axaMmaTn LWyHAaH nbopaTku, ynbTpaToByLL,
O6MOKMMEBMI Ba HOMHBA3MB MpeHaTan MabjlymoTnap acocupa uwnab
YUKWUraH Tawxucraw anroputMmaapu Ba Mes3oHapu akyllep-ruHeKonor
MyTaxaccucnapy,  YT-guarHoctmka  wudokopnapy Ba  Tub6un
FEHETUKMAPHUHI KYHAANINK KIWMHUK aManunétura XXOpun aTunmwn éunat
nsoxnaHagn. by TalWXUCHUHI @aHUKJIUIX Ba Y3 BaKTUAANIMIMHU OLUMPULL,
XOMUNAAO0PIMKHU Y3aUTUPULL €KX TyXTaTULLI MacanacuHW Xan Kunuuwra
acocnn eHpaluw, LWYHUHrAeK, XoMwusa aHoManusanapu aHukJsaHraH
XoMunagop aénnapHu onuoé 60puvll TaKTUKACMHW OonTUMannalTUpuLL,
nepvHaTan épaam cudaTuHK axwunawl Ba canbuim okmbaTnap xaBQuHM
KaManTUpuULL MIMKOHUHK 6epaaw.

TaaKUKOT HaTMXXanapuHWUHC XOPUKU KUIUHUWK. ONUHraH WUIMunn
HaTMXanap acocmpa XOMWAHUMHI XpOMOCOMa aHoManusnapu 6unad
6upra y4ypanguraH puUBOXIAHWUW HYKCOHMAPUHM  MyATUNapamMeTpuk
yNbTPAaTOBYLU CKPUHWUHI yCYys1lapy TakoOMUINawTupunaun:

OUPUHYN  UIMUKU  SHITUINK.  XOMUNAZOPAMKHUMHT  11+0-13+6
xabTanurnga npeHatan ckpuHuHrga XA, TIMNKK Ba  ynapHUHr
oupranMkgarm XxonaTMHU aHUKJAWHWMHE YNbTpaToBYLW MNpeguKTopiapu
YNAPHUHT y3uUra XOCNUrMHKU xmucobra onraH xonaa acocnaHam (XA - 85,6%-
98,5%; TMNKK - 856% - 90,3% Ba TMNKK+XA - 91,3%652%). by
npeavkTopnap ywoéy naTtonorusnapHyM apTa TawxucnawHum 2,5 6apaBap
Axwmnanan Ba  TUOOMET  XOAMMMNAPUMHUHI  Kacobum  ManakacuHu
PUBOXMAHTUPULL MapkKasn ToMoHnaaH 26.02.2025 nunpga TacaukiaaHraH
48-coHnn  "XoMuna  puUBOXKIAHULI  HYKCOHNapu Ba  XpoMocoma
aHOManuAnapuMHM  NpeHaTan  Tawxucnaw  anroputMun’  ycnybuin
TaBCuMsiHOMacura KNpUTUNAN. Maskyp Taknug Pecny6nuvka
MXTUCOCNALITUPUIITAH OHa Ba 601a cafioMaTInrn UNMuin-amanmui TM6OGMNET
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MapKasnapuHuHr Xopasm BunoAt (2025 nun 5 manparm 68-U-coH
6yrpyk) Ba KopakannofuctoH Pecnybnukacu (2025 nn 19 maptaarm 109
-P-coH 6yipyk) 6yiunya 6yinpykapu 6unaH amanuérra >XOopun aTungu.
UnMmmii  AHFTUWIINKHUHT  MOKTUMOMKU  camMapagopJinr. OJIUHraH
Mab/lymMoTNnap y3 BakTuja Tawxuc Kynuw Ba XOMWIaAOPJSINKHM JaBOM
STTUPULL TYFpUCKMAa TYFPU Kapop Kabyn Kunuwra épaam 6epaaun. Aammi
AHMNJINKHNUHI ~ UKTUCO[MA  camMapagopJinr. Takng 9TUNraH
anroputMpaH domnpganaHraHaa 1 Hadap 6ona yyyH 12 on gaBoMmpa
AaBraT XapaxaT/napuHu Texaw 6 256 325 CyMHM Tawkun atagn, AbHU
napBapuLuiall Ba HOTMPOHAMK HadakanapvHu Tynaw kamasau. Xysoca:
XOMUa XpoOMOCOMa aHOManMANapPUHUHI UWNab YMKuIraH ynbTpaToBYLU
Ba NnabopaTopus NPeanKTOPNAPUHUHI KJMHWMK CcamMapagopivru  Ba
YNapHUHI TyFMa HYKCOHNap 6wunaH 6upranukgary xonatn npeHatan
ANarHocTMka Mapkepnapu cudaTtuga ywoéy naTonorvsnapHu apTta
TawxucnawHm 2,5 6apaBap axwunawmn ncbotnaHam.

UKKUHYY UaMui  sHrnamk. ynbTpatoByw (TBM 95 npoceHTunpgaH
tokopu; KTP 5 npoceHTMngaH nact; 6ypyH cysirm 5 npoceHTUnAaH nact Ba
BEHO3 WyNUHUMHI [IM 95 npoceHTMNngaH OKOpW;, TpuKycnunaan
peryprutatcusi) Ba 6uokumésui (MAMM-A - 0,35+0,02 MoM (0,2-0,5); XI'Y -
2,75t0,1 MoM (2 - 3,5 MoM)) xomuna XpomocoMa aHoManuanapu
npeavukTopnapu Ba YNapHUHI 1-CKPUHUHIAA TyFMa HyKCcoHnap 6wunaH
oupranukgarn xonatum TUOOMET XOAUMITAPUHUHI KacObui ManakaCuHM
PUBOXMAHTUPULL MapKasn ToMmoHnaaH 26.02.2025 nunga TacaukiaHraH
48-coHnn  "XomMuna  puUBOXKIAHULI  HYKCOHMapu Ba  XpoMocoma
aHOManusanapuMHM  NpeHaTan  Tawxucnaw  anroputMun’  ycnyébuin
TaBCUsiHOMacura KNpUTUNan. Maskyp Taknug Pecnybnuka
MXTUCOCNALLUTUPUAraH oHa Ba 6051a canomMaTtiuru uaMmmn-amanum TM6O6MET
MapKasnapuHuHr Xopasm BunosAtn (2025 nun 5 manparm 68-U-coH
6yrpyk) Ba KopakannofuctoH Pecny6nukacu (2025 nn 19 maptaarm 109
-P-coH 6yipyk) 6Yyiinuya 6ynpyknapu 6unaH amanuéTra Xopuih aTunau.
UnNMui  AHrMIMKHUHE M)XXTUMOMUK caMapagopsinru. XOMunaaopsinkHu
AaBOM aTTUPMULL 6YrMYa TYFpPU Kapop Kabyn kunuwra épaam bepaguraH
XOMWUNAAOPSINKHM 06 60puLll CTpaTernsacu uwnadb ymkungu. YMymad
onraHga, ywoéy mapkepnap CKPUHWHI TECTUHMHI ce3rmpnanrnHn 90% ra
OWMPpULL Ba XOMWUIA PUBOXMNAHULWINAATM MYMKUH OYnraH OfuvLINapHU
6awopaT KUAUWHK AXwWwunaw WMMKOHUHW 6epan. UIMUI ASHFUJINKHUHE
UKTUCOAMU caMapafop/iurk. npeHaTan AuarHoCTMKa camMapagop/ivrnuHu
oLMpULL MXXTUMOUI TYNOBNAp, HOrMPOH 6onanapHN NapBapuLL KunaéTraH
OTa-OHaNlapHUHI BaKTMHYa MexHaTra naékartcmanuru 6ynnya Hadakanap,
LWYHVMHIAEK, TyFMa HYKCOH/Map Ba XpOMOCOMa aHOManusaniapu 6ynraH
6onanapHu  peabunuTauua  KUAUW, YKUTUW  Ba  MOCAWTUMPULL
Xapaxxatnapu 6unaH 60fnnK, 6MNBOCUTA XapaXxaTnapHu KamamTupuiira
éppam 6epaan. [daBnaTt ydyyH 12 on pgaBommga 1 Hadap 60na yuyyH
Xapa)kaTnapHu Texaw 6 256 325 cymMHu Tawkun ataan. Xysoca. xomuna
XpOMOCOMa  aHOManuAaAnapuHUHC  YNbTpaToBYyW Ba  OGUOKUMEBUM
NpeauKTOpPNapuHU BGUPUHYN CKPUHWUHIAA XMcobra onuw Ba YNapHUHI
TyFMa HyKCOHMap 6unaH éupranuvkgaru xonatv XOMuaagopsvKHU onvbé
6opuW CTpaTerusiCMHM MWIab uukuwra épaamMm 6epagym Ba CKPUHMHT
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TECTUHUHT cesrupnunrnHn 90% ra owmpaau.

YYUHYN  UIIMUA  AHTUINK.  XPOMOCOMA  aHOMAanUANapuHUHE - 2-
CKPUHUHINAa NPOrHOCTUK yNbTpaToOBYLL Mapkepnapu
(BeHTpuKynomeranusa >95 NPOTCEHTUN, MKKM TOMOHSIaMa KOH TOMWUP
yuranuHUHr 10 MM AaH OpPTUK, KYMN COHMN KUCTanapu, 6yMnMH 6ypMacuUHUHI
6 MM faH OpTUK, KaTTanawunwu; opak YHI KopMH4acu coxacuga 2 Mm fiaH
OpPTUK runepexoreH ¢GOKYC, WKKM TOMOHMaMa 7 MM p[aH OpTUK,
NUenoaKTasns) xampa TysaTunaguraH TyFMa XOMWa PUBOXX/IAHMLL
HYKCOHNapu (BEHTPUKY/IOMEeranusi, 3 HyKCcOHNapu, TyFMa lopak
HYKCOH1apu, KaAoK, TaHa AUCTreHe3UACU, CUHAAKTUINA, KIIMHOOAKTUNS,
OWKO30H-UYaK  TpaKTu PUBOXNAHUW  aHOManuanapu,  ypTada
rmapoHedpo3) npeguKTopnapu aHUKNaHaMW. Bynap Tno6MET
XOOMMJTApPUHUHI  Kacoturm ManakacMHU  PUBOXNAHTUMPULL  MapKasu
TOMOHMAaH 2025 nun 26 deBpanga TtacauknaHraH 48-coHnu "Xomwuna
PUBOXJ/T@aHULW HYKCOHJIapy Ba XpOMOCOMa aHOManusnapuHu npeHartan
Talwxucnaw anroputmMu” ycnybuin TaBCUSHOMacu MasMyHUra KUpuTuNgu.
Ywéy Taknued Xopasm Bunosatu (2025 inun 5 mangarn 68-U-coH 6yinpyk)
Ba KopakannofuctoH Pecnyénukacu (2025 mun 19 maptaarm 109-P-coH
6ynpyK) Pecny6nunka uxtucocnalwTMpuiaraH oHa Ba 6osa casioMaT/iuru
UNMU-amManmMn TUOOMET Mapkasnapu Oynpyknapu 6unaH amanuétra
Xopuin  atungn. MUAMUMA  SHFNJIMKHUHE W)KTUMOMK  caMapagopinru.
XpOMOCOMa aHoManusnapu 2-CKpUHUHIMHUHI aHUKJIaHraH Mapkepnapwu
xampa TysaTunaguraH TyFMa XOMWa PUBOXIAHWUW  HYKCOHNapwu
NpeavuKToOpnapu xoMuna pMBOXnaHuMWMAarM MyMKUH 6YraH ofuLIapHu
6alopaT KWIMWHKW axwunagW, ynapHuHr yasuwra xocnurm 87,8% Ba
ce3rmpnurn 92,3% HuU TawKun ataun. UMUK AHMMINKHUHI UKTUCOLAUM
camMapafgop/iiru. npeHaTtan puMarHocTmka camMapafop/MrMHUA  OLUMPULL
MXXTUMOWIN TynoBsnap, HOrMpoH 6onanapHM napBapull KunaétraH oTa-
OHaNapHWHI BaKTMHYa MexHaTra naékartcumsnuru 6yinnya Hadakanap,
LWUYHUHTAEK, TyFMa HYKCOH/lap Ba XpOMOCOMa aHoManusinapu 6ynraH
6onanapHM peadGunuMTauus  KUNuW, YKATUW Ba  MOC/AWTUMPULL
Xapaxxatnapu 6unaH 60fnnK, 6uNBOCUTa XapaXxaTnapHu KamamTupuiira
époam 6epagun. [asnat ydyH 12 on pgaBomupa 1 Hadap 60na yuyyH
XapakaTnapHu Texaw 6 256 325 cymMHu Tawkun ataan. Xysoca. xomuna
XpOMOCOMa  aHOMaNuUANapUHUHI  YNbTPaTOBYW Ba  OUOKUMEBUM
NpPeauKTOP/IapuHA UKKUHYM CKPUHUHrAA Xucobra onuw Ba YNapHUHT
TyFMa HYKCOHMap 6unaH O6upranukga Ky3aTUauwun XOMWUIafLopJSINKHU
onnb 60puL CTpaTErmACUHU ULWNab YMKuwra épgam b6epagu, XXymnagaH
HUMT yTKkasuw acocnaHraHAUrMHn 6enrmnangm.

TYDTUHYU UMW SHIWMIMK. XOMWUNa PUBOXAHUW HYKCOHNapwu Ba
XpOMOCOMa aHoOManusanapuHu ynbTpaToBYL, GMOKMMEBUN CKPUHUHI Ba
HOWHBA3WB MpeHaTan TeCTHW Xxucobra onraH xonga XOMuIagopsNKHK
AaBOM 3TTUPULL anropuTmiapu Ba cTpaTtermsacu mwnab umkunan. bynap
TMOOMET XOOMMMNAPUHUHI  Kacobuih ManakaCuHM  PUBOXXIAHTMPULL
MapkasuHuHr 2025 nnn 26 ¢pespangarun 48-coHnum "XomMuna puBoXnaHuLL
HYKCOH/lapM Ba XpOMOCOMa aHOManusAsiapuHM npeHaTan Tawxucnail
anroputMmn' ycnybum TaBCUMAHOMACKU MasMyHura Kuputungu. Yuwoéy
Taknud Xopasm Bunostv (2025 mun 5 manparn 68-U-coH 6yiipyk) Ba
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KopakannofuctoH Pecny6bnukacu (2025 wmn 19 maptaarn 109-P-coH
6ynpyk) Pecnybnuka uxtucocnawiTMpunraH oHa Ba 6ona canomMaTtauru
UNnMu-amanun TUOOMET Mapkasnapu Oynpyknapu O6unaH amanuéTra
XXOpUN  aTungu. HUAMMA  AHrUINKHUHE MXKTUMOMKU caMapasoprinrg.
XoMunaga XpoMocomMa aHomanuanapu, TyFMa HYKCOHJIapHM 3pTa
aHuKNawga ynbTpaToByw Ba nabopatopusa NpeanKTOpaIapUHUHE KINHUK
camMapagopaurm acocnaHgu. YNapHUHr  KOMOMHauuMsicu npeHaTan
Tawxucnawga MWWOHYAN Mapkepnap cudatnga XoMunafopiiMKHU Y3
BakTMAa 6axonaw Ba TYyFpu Kapop Kabyn kunuwra XxuamaT Kuaumu
aHUKNaHAW. XoMuia PpUMBOXJ/IAHULL  HYKCOHMapM Ba XpoMocoma
aHOManuAnapuMHM aHuKawW Makcagmaa YynabTpaToBylW, OMOKUMMEBUN
CKPUHMHI Ba HOMHBA3MB MpeHaTan TecT HaTuXanapuHu xucobra osfraH
Xonga XoMunagop/MKHU JaBOM 3TTUPULLra TaKTUK-CTpaTerMk €Hallys
nwnaé YMKMNAM Ba amanuéTtra Xopuin atungun. MaMui SHriJIMKHUHE
UKTUCOAMI caMapafop/iury. npeHaTan AnarHoCTMKa camMapagop/ivrnHu
OLUMPULL MXXTUMOWI TYNIOBNAp, HOrMPOH 6oManapHN NapBapuLL KunaéTraH
OTa-OHaNapHUHI BakKTUHYa MexHaTra naéxkartcusnurm bynnda Hadakanap,
LWWYHUHTAeK, TyFMa HYKCOH/Mlap Ba XpOMOcCOMa aHoManusanapu 6ynrad
6onanapHu peabunuTauMa  KUAuW, YKATUW  Ba  MOCAWTUPULL
Xapaxxatnapu 6unaH 60fnnK 6uMNBOCUTA XapaXxaTnapHu KamamTupuiira
époam 6epagun. HaBnat ydyyH 12 o pgaBommuga 1 Hadap 60na yuyyH
Xapa)kaTnapHu Texaw 6 256 325 cyMHK Tawkun ataan. Xysoca. xomuna
PUBOXX/TaHNLL HYK.COH1apu Ba  XpoMOCOMa  aHOManusAnapuHu
yNbTPaTOBYLW, GMOKMMEBUIA CKPUHWHI Ba HOMHBA3MB MpeHaTan TECTHU
xucobra onraH xonga  uMwnabé  uYuMKuUAraH  anroputMaap  Ba
XOMUNaAOpP/INKHM [aBOM 3TTUpULW CTpaTervsnapugaH ¢onganaHuL
XOMUNAgOPSIMKHUHI aCOCCU3 TYXTaTUINLWINHWN ONIANHU Oflan Ba UHBAa3UB
TM66MI apanawlyBnap COHMHW KaMamTUpULL OpKanu COF/IMKHM cakJall
TM3UMMAA OIOAXKET XapaXkaTNapuHU cesnnapnan gapaxaga Texxangu.

TaAKMKOT HaTWXanapuHUHr anpobauuscu. Maskyp TagKuKOT
HaTWXXanmapu S5 Ta  XxalnKkapo WIMUM-aManuMn  aHXXymadnapupa
MyXxOKamMaaH YyTKasusiraH.

TaaKUKOT HaTWXKanapuHUHIr 3bNOH KUAMHUWK. [uccepTauums
MaB3ycu 6yrMuya Xamy 12 Ta WAMUMIA MW YoM STWAraH, LwynapgaH
Y36eknctoH Pecnybnukacu Onuin  aTTtectaumMss  KOMWCCUSICUHWHT
AOKTOPNUK AUccepTaumsanapy acocum WUIMUN HaTMXanapuHuM 4on aTtuul
TaBCuUA 3TWNraH WIMMKU Hawpnapga 6 Ta Makona, XymnagaH, 4tacu
XOPWXKWUI XXYpHannapga Hawp aTUaraH.

OuccepTauMAHUHI TY3WULLIM Ba XaXMWU. [luccepTaumsas Tapkubu
Kupuw, TypTTa 606, xynoca, donganaHunraH agabuértnap pynxatuaaH
noopat. [uccepTaumaHUHT XaxXMu 120 6eTHU TallKun saTaaun.

ONCCEPTAUUAHUHT ACOCUN MA3SMYHM.

Kupuw kucmumpa ytkaswnraH TagkMKOTIapHUHI Aonsapbnurn Ba
3apypaTu acocraHraH, TagKMKOTHUHI Makcaan Ba Basudanapu, o6bekT
Ba npegmMeTnapu TaBcudnaHraH, pecnybnunka daH Ba TexHofnorusnapu
PUBOXXMAHULUNMHUHE  YCTYBOP WyHanuwnapura MOCIUIN  KypcaTu/rah,
TaAKUKOTHUHI UIIMUIA SHIUAUTU Ba aManuin HaTmxanapu 6aéH KUInHraH,
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OJNIMHIaH HaTWXanapHUHI UWIMUIA Ba aManuvi axaMuaTU 04Mb Gepusra,
TaAKUKOT HaTMXKanapuHu amasnuetra XOpPUW KUnuw pyuxaTn, Hawp
9TUAraH wuwnap Ba Aucceprauus Tysuauwun 6yMuMya  MabiymoTiap
KenTupuiraH.

OunccepTauustHUHr  "XOMMNa  PUBOX/IaHWLW  HYKCOHNapu Ba
XpoMOCOMa aHoManuanapu npeHatan CKPUHUHIMHUHI 3aMOHaBUW
ycynnapu (apabuétnap wapxm) <3" ge6 HomnaHraH 6upuHYM 6o6uaa
XOMUa pPUBOXJ/IAHUL HYKCOHMIApUHW Tawxucnaw Ba XOMUNIaLopPJIMKHU
Yy3aUTUPULL  CTPaTErMACUHM  ULWIab YMKMULL  YYYH  YNbTpaTOBYLUAN
Mapkepnap, OuOKMMEBUIN CKpuHMHI Ba HWUMTgaH donganaHuwra
KOMOMHauuAnaHraH €HpawyB xakuaarn 3aMOHaBWM FosAnap TaxJvau
GunaH XOpWXWN_ Ba Maxaj/iMin afabuértnap Mab/iyMOT/iapu  Liapxm
KentupunraH. YTkasunraH TaxJiun  HaTwxanapy  TagKUKOTHUHT
Aonsapb6nuru, Makcagu Ba BasudanapuHu acocnab 6epau. Pestomega
XOMWM@HUHI TyFMa HYKCOHMapuga XOMUNaZop/NKHW Y3auTUPULLHWUHT
AON3apbnnrn Ba KOMObUHauMsaNaHraH CKpMHUHrgaH donpanaHraH xonaa
XOMUNagop aénsapHu TeKWUPULLHU TakOMUNaWTUpULL Xakuaa xyrioca
ynkapunagu.

OunccepTtaunsaHuHr "KNnMHUK MaTepuan Ba TagKUKOT YCYNNapUHUHI
YMyMUiA TaBCcUPU" [ed HOMMIaHraH WKKMHYM 606maa  TagKMKoTra
KUPUTUraH Ba XOMWIAHUHI PUBOXXJ/IAHULL HYKCOHJSIapn Ba XpOMOCOMa
aHoManusanapu 6unaH TyFuauw xaBdwu HOKOPWU 6ynaraH XxomMunagop
aénnapHuHr  xycycusitnapu  TaBcudnaHraH. Komnnekc TaakMKOT
HaTuXXanapu KenTupuiaraH: 3aMoHaBuin TexHonornsanapaaH donganaHraH
X0n4a KIMHUK, nabopatopus. Ywbéy 6o6aa ypraHunaétraH xoMunagop
aénnapHuWHr  yMyMuUnM  XycycuaTnapw,  LWYHUHrgeK, TaAKuKoTAa
KynnaHunraH ycynnap xakuga mabaymMmoT 6epunraH.

Ywéy TtagkukoT 2022 wunpgaH 2024 wunraya 6ynraH paeBppga
Pecny6nuka "OHa Ba 60n1a CKPpUHUHI" MapKasuia TekwupyBaaH yTraH 256
Hacdap  XOMMNagop  @ENHUMHI  KOMOMHauusiiaHraH  CKPUHUHIK:
yNnbTpaToByLl, 6uoknméBnin Ba HUMT TekwmnpyBuMra acocnaHraH.

TagknkKoTra xomusiagop aéanapHu TaHaall Me30H1apu: GepTUNINK
éwn (18-49 €w), 11+0-13+6 (1 TpumecTp) Ba 16+6-20+0 (2 TpumecTp)
XOMUNaZopaAuK Mypaatnapu, TyFpykaaH ONAWHIM XxOMUnagopavk Ba XA
MaBXyganru, OUOKUMEBUIMN  CKPUHMHI  yTKasunuwu, HUIMT  y4yyH
KypcaTmanap.

UctucHo Mme3oHsnapn: 18 éewpaH KMYMK Ba 49 ewpaH KaTtTta,
rectatcua Mypaatm 20+6 pgaH tokopu, OMOKMMEBUIN CKPUHUHI Ba
HUMTaan 60w TOpTULL.

Ywoéy wwpa KOMMAEKC  KIAMHUK-QYHKUMOHAN, YNbTpaToBYLL,
nabopaTtopusi TekwupyBnapu yTkasungu, Xamu 832 Ta TapgkukoT
yTKasunan, xoMunagop aénnapia WKKW MapTa ynbTpaToByw Ba 6up
MapTa OMOKMMEBMUI CKPUHUMHI yTKasunau: 512 (deTomMeTpuk Ba
AOMNnIepoMeTpuK), 256 6UMoKMMEBUIN TaakukoTnap Ba 64 HUMT. MNypyxra
18 éwpaH 44 éwraya 6ynraH XoMwunagop aénnap KUpUTUMAraH Ba
XoMunagop aénnapHuHr yprtaya éwm 31,2+1,2 EWHM TawKua aTraH.

KynpaHr wkananu, gonnneporpapuk Ba XaXKM/n pexumiaapHu y3
nyura osiraH XxoMwuiagop aénnapHu KoMMaeKkc ynbTpaToBYyLW TeKLNPYBU
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TexHonornsacm TaBcudraHraH. YnbTpaToByW TeKWWUpyBuM ABCTpusaa
nwnaé yukapumnraH "Voluson P-6" annapatuga, C-1-5-D xaxm patuuru
épaamMupa amanra owmpunau.

BUOKMMEBUIN CKPUHUHTAA 6eTa-XOpUOHUK roHagoTponuH (6eta-XI),
XOMUagopnuk 6unad 6ofnunk npotenH - A (PAPP-A) Ba anbga-
detonpoTenH (ADI) gapaxkacu Taxna KUIUHAOMN.

HUNOT 21-xpomocoma (LdayH cuHapomu), 18-xpomocoma (3aBapac
cuHgpomu), 13-xpomocoma ([MaTay cCUHAPOMMW) OyMYa TPUCOMMUSIHM,
LWWYHUHrAeK, 60lKa reHeTUK OFULLISIaPHU aHMKJalra UMKOH 6epaguraH
MOJEKYNAP FreHETUK TECT yCynu 6unaH xoMunaHuur (petan) apkud JHK
dparMeHTNapmMHU TaxJMn KUAuwra acocnaHraH.

TagKUKOT HaTwKanapuvHM CTaTUCTMK KaWTa wwnaw  Tuboui
CTaTUCTUKAHWHI CTaHZapT Yycynnapu éphgaMuga amasnra owupungu:
MUKAOPUI KypcaTKMuiap y4yH - yprada apudmeTturk (M), ypTada xaTonuk (M)
Ba CTHOQEHTHUHI T-Me30HM, cudaTt KypcaTKuunapu yyyH - NMUPCOHHUHT Xu-
KBagpaT Me30HM Ba OULWIEPHWUHI aHWK, ME30HWU. TeKLMpuaraHaapHUHI
TakkKocnaHraH rypyxnapu yptacupgarn ¢apknap P<0,05 pa craTtuctuk
XXMXaThoaH axaMuaTav Aebd xucobnaHaw.

[OuccepTauusaHUHT  yynmHYM  606uaa "XoMuna  XpoMocoma
aHOMaJIMANapuHUHI yNbTpaToOBYLW NpeaAuKTOpnapyM Ba YNnapHWHr TyFMa
HYKCOHM1ap 6unaH 6upranukaa Kesmwu XoOMUnagopMkKHu onvé 6opui
CTpaTerMsiCMHM uwnab YMKMULL y4yH NpeHaTan AnarHoctuka éenrunapm
cudarnpga’ 6uokuméBnin, ynotpatoByw Ba HWIMTHM y3 wnumra onraH
KOMMJIEKC CKPUHUHI HaTWXXanapu KenTupuaraH.

TagKkuKoT OWOKMMEBMIA Ba/EKN  YNbTpPaTOBYLW TEKLUIMPYBUHUHT
MXOOMIM HaTmxKanapu 6ynran 256 Hadap xomunagop aénga, avHu CA Ba
BIMP yuyyH xaB® rypyxmparn xomunagop aénnapga ytkasmngn. CKpUHUHT
AVHaMUK Ky3aTyBu paBomupa 113 Hadap 6emopaa (44,1%) TyFma
PUBOXaHWUW HYKCOHNapu, 143 xonataa aca XxpoMocoMa aHOManusanapu
aHuknaHgu. Ywey Tagkukotaa LW.M. KamanunguHosa (2021) TomMoHuAaaH
nwnab YMKUNraH MebEPMN KypcaTKnuunapra MypoxaaT KUIMHIaH.

1-xagBan Mabnymotnapura kKypa, TKKK aHuknaHraH xomunagop
aénnap opacuga KeMnHru KysaTyBrapAa MEbEPHUHr 5-ousura, sibHM
MEbEPHUHI  KyMW  4erapacura M™Moc KenaguraH KTP  yprtaua
KypcaTKUYapUHUHT nacanuium Kamg aTuraH.

T-»xapBan

XOMUNaZopUKHUHT pUanonoruk keunwn (Mebépaa), xomuna
pUBOXJ1aHULW HyKcoHnapu (XTPH) Ba xpomocoMa aHoManusnapu (XA)
L2 XOMUIaHUHT AyMFa3a-Tena yI4aMUHUHT Kuécuid Tascudu (Mm) 5, 50-,

95-npoTceHTUN (MM), H= 256

Bep-tn Mebép XA xaBdu roKopw, BMP, H=113
MyaaaTy 5-un 50-un 95-ymn H=143
xadbTa/KyH
11+0-11+6, 42,0 46,2 57,3 38,9129 42,1+2,1
12+0-12+6 50,4 56,9 65,6 46,3+3,0 49,2+2,8
13+0-13+6 60,2 69,1 77,0 54,513,2 58,413,1
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Xomunaga XA 6ynunya tokopu xaBd Tawxmcu KynunraHga, KTPHUHP
ypTaya KypcaTKuynapm MebEpHUHI 5 dousupaH cesunapnun gapaxapa
nacT 6yraH.

XOMWUNAAOPNIMKHUHI OUPUHYM TpUMECTpMAa XOMWUIAAOPJIUKHUHT
11+0-11+6 xadpTanuruaa CA yuyH tokopu xaBd 6ynraH 30 Hadap Ba TKKK
oynraH 28 Hadap aénnap MypoxkaaT Kkunuwam, 6y moc paenwpga 21,0% Ba
24,8% Hu Tawkun aTam, 12+0-12+6 aa xomunagopnapHuHr 28,0% (143-gaH
40 Hadapu) Ba 29,2% (113-paH 33 Hadapu) MypoxkaaT Kuauwawm.
XoMuUnagop aeénnapHuUHr akcapuatu XOMUNagopnukKHuHr 13+0-13+6
xadTanurnga mMypoxkaat KuaraH, 6y moc paBuwpga 51,0% Ba 36,4% Hu
TallKua aTraH.

KTP nacT KypcaTKM4napuHUHI cudatnu Taxanam WyHU KypcaTanku,
CA pa 56,6% xonnapgaa (143-paH 81 Tacu) 5-¢pomnsgaH nacT KypcaTkuunap
Kang oTtunrad, konraH xonnapga KTP kypcatkuynapu mebépra MocC
KenraH, ynapgaH 24,5% xonnappga - 5-41, 11,9% - 50-un Ba 7,0% - 95-um.

LyHn Tabkmpgnaw  Kepakku, XOMUNaZopaukHuHr  13+0-13+6
xadTanurnga xomMmumnaga XpoMocOMa aHoManusnapu 6ynraH aénnapga
nymrasa-tena ynyamuHuHr (OTY) nact kuitmaTtnapm XoMunagopinkKHUHT
apTa MyjAaTiapura kaparaHfa Tes-res aHuksiaHagu. (1-pacwm).

.
T

= A

1-pacM. XOMUNAHUHT YNIbTPaTOBYLU TEKLIUPYBU XOMUNALO0PIIMKHUHT
13+2 xadTacupa: A) ctpenkanap 6unaH Mebépga (5-un) 60 Mm 6ynraH
KTP ynuamnapwu kypcatunraH; b) ctpenkanap 6unaH XA (Tpunnongus)

xaBdu roKopu 6ynraHga 5-gaH nact KTP ynuyamnapwm KypcaTuaraH.

BMPaa KTPHUHr 5-domnsgaH nacTt kypcaTkmynapu 20,4% xonnapaa
Kang aTuaraH 6ynca, 5-bousra Moc kenaguraH kypcatkuunap 26,5%, 50-
domnsra Moc KenaguraH kypcatkmynap 33,6%, 95-¢bousra Moc Kenaguran
KypcaTtkuynap 19,5% Hu Tawkun atan. Mebépra Moc KenmamguraH nacrt
KTP kypcaTkuynapuHu aHuKalHWUHE 3HI KOKopu Yyactotacn 13+0-13+6
xahTanuk Myaaataa kamg atunau. (2-pacm).

BU3HUHI HaTuXXanapumus LWyHU Kypcatauku, CA xaBdu roKopu
6ynraH xomunagop aénnap rypyxmaa 56,6% sa TKKKaa 20,4% pa KTPHUHr
5 douspgaH nacT nacamuiM XpoOMOCOMa aHoManusnapu 6unaH 60FnuK,
(p=0,781; p<0,01). XycycaH, 6yHaan oruwnap [ayH CUHAPOMM, TPUCOMUS
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18 (3aBapac cuHapomu), Tpunaonausa Ba 60LWIKA reHeTUK Kacannauknap
YYYH XOC OynraH. BusHUHr TagkukoTummusga 6u3 TBIMHMHF owunwwmn
XOMUnaga tosara Kenumwm MyMKUH 6YnraH XpoMocOMa OFULLMTapUHUHT
acocun enrunapugaH 6upu aKaHIUIMHW Tacaumknaauk, 32,7% xonnapaa
aca TKKK.

2-pacM. XOMUaHUHT yNbTpaToBYLI TeKWwWnpysu 13+6 xadpTanuk
rectatcus gaBpuga: A) ctpenkanap 6unaH mebépaaru KTP ynuamnapum
KypcartunraH (5-un); b) ctpenkanap 6unax BIP (cnuHa 6udupa) aa 5-
AaH nact 6ynraH KTP ynyamnapu KypcaTuiraH.

BMPpa tokopu TBI (95-bomnspgaH rokopu) KypcaTKUYNapUHUHE
ydypawm KA xaBdwu toKopu 6ynraH naToNOrMSHUHI KOMOWUHaUMACH
MaBXyanurura wybxa Kunumw yyyH 6enrm 6ynmé xmsamaT KUanwm MyMKUH
(2-xxagBan).

2-apBan
Xomuna puBoXnaHuUL HykcoHnapu (XTPH) Ba xpoMmocoma
aHomanusnapu (XA) tokopu xaBgu 6ynraH xomunagop aénnapaa

TBMHUHTr conuwiTupma TaBcudu 5-, 50- Ba 95-npotceHTUN (MM)

bep-tn Hopma XA xaBdu roKopH BIP
MyaaaTtu 5-un 50-un 95-yn
xadTa/KyH
11+0-11+6 0,7 0,8 1. 3.1+1.5 1,9+1,8
12+0-12+6 0,7 0,9 1,2, 3,612,0 2,0+1,6
13+0-13+6 0,8 1,0 1,4 4,2+2,2 2,2+1,4

TakguMMm aTunraH mMabjlymoTnapAaaH KypuHuo6 Ttypmbaunku, CA xaBdwu
FOKOPW 6YnraHga, XxoMmnagopnamkHuur 11+0-11+6 mygaatungaH 13+0-13+6
Mypaatrada TBIl KypcaTKMYnapuHUHE owuwKn  Ky3aTunagu, 6yHaa
KypcaTkuunap 95 cdousgaH aespnu 3 6apasapra owagu (P<0,001). LLyHw
Tabkugnauw Kepakku, xomunaga XYUC  maBxyn  6ynraHga,
XOMUNAZoOPNAUKHMHI 11+0-11+6 Ba 13+0-13+6 xadTanuk myggatnapuia
TBIN kypcaTkuynapu ycuw TeHAeHuusicura ara 6ynau, aMmMo YNapHWHT
KypcaTkuunapu xomunaga CA ra kaparaHga cesunapnaun gapaxaga nacrt
aaun.

Cudat KypcaTKnynapuHum Taxaun KunraHga, 6usa aHuknagukku, 95
dounspan optuk, TBIT KypcaTKMYNapuHUHIr nango 6ynuw 4dactotacm CA
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oynraH xomwunanapHuHr 80,4 dousnpga Ba xoMunaga TyFMma
npeaknamncusga 32,7 ¢ousmnpga kang atuaraH. LyHn Tabkugnaw
KepakKu, XoMunagopaunkHuur 13+0-13+6 xadprtacura kennb, TBIMHUHr 95
domsgaH owuwl  YyacToTacu XOMWNAAOPSIMKHUHE 3pTa MypaaTura
HucbataH pespnu 2 6apaBap owaaun Ba 40,4% HWM TawKun Kunagw.
OnnHraH MabnymoTnap wWyHpaaH panonat 6epaguku, TKKKaa 32,7%
xoMunaga ywoy natonorussHuHr CA rokopu xaBdu 6unaH bupra Kenum
MYMKWH.

KentupunraH mabnymoTtnapgaH KypuHuo Typmbauku, CA xaBdwu
FOKOpWU 6ynraHga xomunaga HKHUHI SKKOM runonnosunsicu KysaTtunagw,
YHUHI Y3YH/IUIM MebEpPHMHI 5 domsmpaH 2 6apaBap kam (P<0,05). Ly
6unaH 6upra, 6y TeHOEHUMS XOMWIaAOPJSIMKHUHI OYyTYyH 1 TpUMeCTpu
AaBoMuMaa caknaHub Konagu. TyFpyKAaH KeWWHrn TYFpyK nanTtuaa
xoMunaga yptada HC KkypcaTkuunapu Mebép 4derapacupa 6ynraH (3-
Xaasan).

3-XapgBan
TNKK Ba CA tokopu xaB¢u 6ynraH xomunagop aénnappa CKHUHr
Kuécuit TaBcudu 5-, 50- Ba 95-npoTceHTUN (MM)

bBep-tn Mebép XA tokopu BIP
MyAAaTu 5-uun 50-umn 95-4yn xaBu
xadTa/KyH
11+0-11+6 1,6 2,6 3,2. 0,8+0,2 2,51,2
12+0-12+6 2,0 2,9 3.6. 0,940,4 2,4+1,3
13+0-13+6 2,5 3,2. 4, 1,140,7 2,611,1

XA xaB(du roKopK 6ynraH xoMmmnaga xoMmnagopamkHuur 11+0-11+6
xadpTacmpa 43,3% xonnapaa HK runonnasuscu kang atunagu, 13+0-13+6
MypAatnapga aca ywbéy aHOManuMsaAHM aHuMKalW YactoTacu gesapnaun 2
6apaBap owaaun. TyFpyKkaaH KENUHIN XOMUNAQopnuK Aaspuaa 6adagoH
Hannapu runonnasusicn 22,1% xonnapga ydpamgu, 6yHaa 3Hr HOKOpU
aHUKJIaHULW YacToTacu XOMUNagopsvK gaBpuHuHr 1340 - 1346
xadTanapuaa Kkang aTunagu.

Takanm aTunradH MmabnymoTnapgaH KypuHub Typnogmku, 11+0-11+6
rectaTCMOH paBpaa xomunaga CA xaBdu HKopu OynraHga BeHOS3
nynuHauHr (BN) MU ypraya kypcaTkuunapu 95 npoTceHTUn aapaxacuaaH
owagw. LyHra yxwatw MmaHsapa XoMUnagopankHUHr 12+0-12+6 xadTtanmk
Ba 13+0-13+6 xadTanuk MyggaTtnapuia xam Kysatunaaw. Wy 6wunan
6upra, Mab/lyMOTNAPHUHI UWoHYAUNurn 95 gonsra HucbataH cesnnapnm
fapaxapa tokopu (4-xagsan).

4-xapBan
TyFpykAaH KeMnHru npeaknamncus Ba CA okopu xaBdu 6ynraH
xoMmunagop aénnappa Pl 6axonawHuHr knécum tascudu Bl 5-, 50- Ba 95

-NPOTCEHTUN
Bep-tu Hopma XA xaBdun toKopH BIP
MygaaTtum 5-un 50-yn 95-un
xadTa/KyH
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11+0-11+46 1,15 1,47 1,85 1,9+0,3 1,6+0,4
12+0-12+46 1,05 1,38 1,75 2,2+0,5* 2,1+0,6*
13+0-13+46 0,98 1,3 1,65 2,4+0,7* 3,1+0,9*

N30x; * - 95-pomnsnn kypcaTknuunapra HuC6aTaH MabyMOT/IAPHUHT ULWOHYNAUTY
(P<0,05)

TyFpyKAaH KEWUUHIM XOMMUNAL4OPSIMK AaBPUHWUHI y3auuwmn OunaH
BEeHO3 MyNuHWHr MW optagu, 13+0-13+6 xadTara Kenmbé 3Hr HOKOpU
yykKura etagM Ba 95-npoTceHTMN KypcaTkuunapugaH 1,98 6apaBap
tokopu (P<0,01) Ba xomunaga CA xaBhu toKopwu 6ynraHaarn yprada
KypcaTkuunapgaH 1,3 6apasap tokopwu (P<0,05).

Cudatnun Taxamn WyHU Kypcatauku, xomunaga CA xaBdwu toKopu
oynraHga, BeHo3 nyn MU 650% xonnapaa 95 npoTceHTMNAaH owagu,
xomunaga TKKK 6ynraHaa aca - 54,0% xonnapga. BeHo3 nynuHuHr MNn
OLUMLLUNHM aHUKJTALWHUHE 9HT FOKOPM YacToTacu XOMUNagopankHuHr 13+0
-13+6 mMyppatmpa kawg atunaam (xaBd tokopu 6ynraHga CA 84,9%

xonnapga, TKKKga aca - 94,2% xonnapgaa.
LyHpan kunub, onuHraH MmabsymMoTnap acocuga mebépaa, CA Ba

IOTH xaBdwu

IOKOpM 6ynraHga BeEHO3

KOH

OKMMWU  TEINUTUHUHT

yNbTPaTOBYLIIN AOMNMJIEPOMETPUK Me30HMapu uwnab ynkungu, ynap 5-
XagBanga Kentupuirax.

5-XapBan

BeHO3 KOH OKUMW TE3JIMTMHUHT YNIbTPaTOBYLL/IM AONNNEPOMETPUK

Me30H/1apu Mebé

na, CA Ba BlPpa

CUCTOJIUK Te3NnK

(©)

MNapameTp Mebép XA rokopu xaBdu BIP
A-TYNKUWH Nxxobuin Teckapu éKu HOJb Teckapu éKu HoJb
Pl Mebép yerapacuga 95-honsgaH roKopu TIOHHM xucobra
(95 domsrava) PU - PWN-1,652,4 onmaraHga TIOH - PU -
1,15-1,65 1,15-1,65; Maructpanb
TOMUpnap Ba topak
KflanaHiapu CTeHO3U
ounaH &%&TIOH&%& - PU >
3,1
CTteHo3cus THOH - PU <
1,15
LUBEB3HUHT XOMUNaZopPANKHUHT | XOMUNAZOpPAUKHUHE | TIOHHK Xxucobra
naTofIormK KOH | 1 TPUMECTPU YUyH - rectaTtCuMoH onMaraHga - 45% raJa;
OKMMM yacToTacu 25% rava Myapatura 6oFnmk, | TIOH yuyyH - 75% paH
XOMUNAQopAMKHUHE | 6ynMaraH xonga-70% | opTuk,
2-TPUMECTPMU YUYH -
5% rava
Makcuman 60 cm/c 30 cMm/c gaH nacTt TIOHHM xucobra

onmaraHpa - 60 cm/c; TIOH
>60 cm/c 6ynraHga

LLly 6unaH 6upra, CA tokopu xaBdu ydyH NN 1,65-2,4, TIOHcu3 TIOH
yuyH - PU 1,15-1,65, maructpanb ToMupiap Ba topak KnarnaHaapu CTeHO3u
oynradH TIOH yuyyH - PU > 3,1, cteHo3cus THOH yyyH aca - PU < 1,15
KypcaTKku4ynapu Xxocamp.
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CA xaBdu OKOpU O6YynraHga, XOMWUIAOOPSIMKHUHI recTaTCUOH
MygnatungaH KartbuK Hasap, BEHO3 OKMMHUHI MaTOMIONMK KOH OKMMMU
yactoTacn 70% ra etaan. TIOH aHMKaHULWKHKN XMCobra onmaraH xosnga
TMNPpaa - 45% rava, TKOHQa aca 75% paH opTuK xonaTtnapaa.

BeHO3 OKMMWHWHI KOH OKWUMMU Te3JIMMMHWUHI  yNbTpaToBYL
AONMNJepoMeTPUK Me30HNapyu MabJ/lyMOTNIAapUHUHE y3ura XOocnuru Ba
CesrMpnurnHun xucobnawaa 6ms CA rokopu xaBdu ydyH ANarHOCTUK y3ura
xocnuk - 91,5%, AuarHoCcTuk camapagopnvk - 94,3%, AnarHoCTuK
ce3rnpnunk - 88,6% HU TalKKUA STULLMHN aHUKNAANK;

LlyHaan kunub, BeHO3 WyNnHWHr [ xomunaga tosara Kenuwm
MYMKWH 6yfnraH 6y3unuviuiapHu apTa aHuKAaw yuyyH Myxum BocuTa 6ynme,
aHWK, TalXMC KYMULL YYYH YHUHT KMAMaTNapuHu 60wkKa Mapkepiap 6unaH
oupranuMkaa xmcobra onuil Kepak.

baxapunraH wuw HaTtuxkanapura kypa, CA Ba TIOH xaBduHMK
XMCOBNALLIHNHT KEWWHTU MYXUM YNbTpaToOBYW 6enrucu Tpukycnugan
KnanaH opkanu peryprutatcusa 6ynan. CAHUHT HOKOpKU XaB®u 6unaH KoH
OKMMWHWHI Te3nalluLIn Ba peryprutaTCUSHUHT MaBXxyanuru 67,1% (143)
XxonaTAa XOMWUIAHUHT opak-KOH TOMUP TUsuMuaaru ysrapuwinap éounat
60FNNK, 6yNraH. AHUKJINK Y4yH XOMUIIa 3XOorpaMmarnapuHm - Tpukycnuaan
peryprutatCuaHmn Kentmpamms.

3-pacmaa CA xaBdu toKopu 6YnraH XOMUNAHUHI KJIMHUK HaMyHacwu
KenTupwunraH, yiaa Tpukycnugan knanaH peryprutatcuacu sa HUNTHUHE
axorpamMmacwu KypcaTuiaraH, 6y epaa 21-TpucoMmnst aHUKJ1aHraH.
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3-pacM. Xomunapopnuk 14 xadta. A - TP; B- xomunagopnuk 14 xadpta
TP; B -HUINT Tpucomusa 21
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Te3nukHUHr owmwn (> 0,6 M/C) XOMUNAHUHI HOPAK-KOH TOMMP
TU3UMU  DAONUATUHUHT BY3UNULLIKM, XpOMOCOMa aHomanusnapu, [ayH
cuHapomu (Tpucomus 21) 67%, daBapac cuHgpomm (Tpucomusa 18) 71%
Aa KysaTunraH. Tes3nukHuHr nacavmwm (< 0,3 m/c): 0,3 M/c paH kam
TE€3/IMK KOH OKMMMKU 6unaH 60FNNK MyaMMOJapHW KypcaTAau, MacanaH:
XOMUIa PUBOXKNAHULIMHUHT KeYUKULIK, topak GaonusaTtn éunaH 60FIuK,
MyaMMosiap, topaK KWUCKAPULIUHUHT 3andnurn Ba TYFPYKAaH KEeNUHMu
xomunagopnuk (TKX) (6-xagsan).

6->XapBan
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Mebéppaa KOH OKUMM Te3NUrMHUHI Knécuii TaBcudu TK, CA sa BINP

MapameTp XA BIP
KoH okumu Tesnurmn TK NyK, TIOH xuco6ra onuumarax TMP 0,480,001 (0,3-
(mebép - 0,45+0,001; 0,3-0,6 0,6 m/c)
Mm/c) CteHoscu3 TIHOH 0,550,003 m/c (0,3-0,7 m/c)
KOH OKMMUHUHT HOKOPU 1,7510,03 MarucTpanb KoOH ToMupJiap Ba topak
Tesnuru TK (>0,6 M/c) (0,6-2,8 m/c) KnanaHnapu cteHosu 6unan TIOH 1,55+0,03
(0,6-2,5 m/c)
TK KOH OKUMUHUHI NacanraH NyK, lOpak dhaonusaTn 6unaH 60FNMK,
Te3nurn (<0,3 m/c) MYyaMMONAPHUHT KYLUMAULLN, FopaK
KWUCKaPULLMHWHT 3andnuru
0,19+0,002 m/c (0,1 - 0,3 M/c)

YMyMaH onraHga, axpaTwuiaraH Mmapkeprsiap CKPUHUHI TECTUHUHT
cesarmpnurmin - 90% ra owwumpuwra WMKOH 6epan, 6y xomuna
pUBOXNaHUWNAArN MYMKWH OYnraH OFUWNapHU 6awopat  KWUAULIHK
axwmnagu.

TNM 6ynrad 113 Hadap xomunagaH 1 CKPUHUHI HaTWXanapura
Kypa, 38 xonatpaa Ty3atu6 6ynmanauraH TIMM (33,6%) aHWKNaHraH,
xycycaH: rononpo3seHcedanua (38 TagaH 8 Tacu; 21,1%), 6unak cysru
annasusicu (38 TagaH 1 Tacu; 2,6%), kuctos rurpoma (38 TagaH 24 Tacu;
63,2%), ofup ruagpoHedpos (38 TamaH 5 Tacu; 13,3%). HaTuxkapna
XOMWNAHUHI TyYFMa HyKcoHNnapu 6ynraH 75 Hadap xomunagop aén 2 Ta
CKPUHUHI TeKWupyBuaaH yTkasungu.

XA xaBdwu rokopu 6ynraH 143 Hadap xomunagopnap opacuga 1
CKPUHUHIpaH cyHr 15 Hadap xomunagop aénga HWUMT ytkasunawm,
HaTukaga 6 Hadap xomunagopaa HUMT XA 6ynnya mxxobum HaTuxKa
KypcaTAM, WYHM TabkuAanaw Kepakku, 6uokmmésui (PAPP-A - 0,35+0,02
MoM (0,2-0,5); XI'Y - 2,75+0,7 MoM (2 - 3,5MoM) Ba ynbTpaToOBYLUN
ckpuHuHr (TBIM 95 downspan tokopu; KTP 5 donspaH nacT; 6ypyH cysarm 5
dounsgaH nact Ba BeHO3 NYNMHUHT TN 95 donsaaH roKopu; Tpukypcnngan
peryprutatcus) ynapaa uxobui HaTuxKa 6epau.

YMyMaH onraHga, XA xaBdu tokopu 6ynrad 143 Hadap xomunagop
aénHUHr 1 CKPUHMHIMAA XOMWNaga WKOOUA KOMMNEKC CKPUHUHI
(6uoknmé (+) + ynotpatoByw (+)) 19,5% xonataa kang atunrax, 42,7% na
MKXOOUA OUOKUMEBUIN CKPUHUHI ypHaTunraH Ba 37,8% pa wkobuin
yNbTpaTOBYLI 6eNrnnapu aHnMKAaHraH.

Hatumkapa xomunaHuHr XA xaBdu tokopu 6ynraH 128 Hadap
XOMUNagop aén 2 Ta CKPUHUHI TeKlWupyBuAaH yTkasungun. Ywey rypyx
xoMunagopnapuaa ytkasunraH 1 CKpUHUHI HaTuxkacupa 22 xonatga YTT
Ba GBUOKMMEBMI MapKkepnap Mycbar, 56 xonatga 6MokKMMEBUIN MycbaT Ba
ynbTpaTtoByw MaHdun Mapkepnap, 50 xonatpa aca YTT myc6bat Ba
MaHUn Mapkepnap KysaTungu.

KenHrn 6ockmyga 6us VPR Ba CA tOKOpU XaB(PUHUHI acocuil Ba
KUYMK MapKepnapuHu Taxaun KWiguk, YNapHUHr pynxatm 7-xagBanga
KenTupuaraH.
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/->KagBan

XpoMocoMa aHOMasMaNapuHUHI acOCUi Ba KUYMK MapKepiapu pyhxaTu

n4yaK TpakKTu

MHIMYKa MyakK TyTuauwmn, amadparma dyppacu Ba
omdanortcene

OpraHnap Acocui Kuuunk/roMLUOK,
cucremacu Mapkepnap
MHT BeHTpukynomeranus, FononposeHcedanus; | TOMMp Ynranu KMcTacu
Mwukpouedanua (6unapuetan guametp (BMA) < 1
nepceHTun Ba HP/FL < 2,5 nepceHTunn); KagokCcMMOH
TaHa gucreHesusck; Opka MUSA 4dykypyacu aHoman
Komnekcu Ba eHaum-Yokep CMHAPOMM
TaaHy- Kyn Ba o0&k aHomanusanapu - CUHAAKTUAMUA, | HAUCUMOH  CYSIKNTapHUHT
xapakart KIMHOAAKTUANS, CUKWAraH MyLWT, O6unak Ccysaru | Kantanawuim
annapatu annasusicM, ManMoKJIMK Ba YarKanuu
03 TaHrnam Ba na6 €pufu, MUKpPOrHaTus, Makpornoccus, | bypyH cysiknapm
rMno- Ba runepTenopuam, NacTt XounawuraH Kynoknap, | runonnasusacu/annasmnsacu
KUYMK KYNOK,
ByinuH Knctos rurpoma ByiuH O6YPMaCUHUHT
KaJMHNaLWMLLIN
CcccC SHpoKapaman écTukK4Ya HYKCOHW, KOpMHYanapapo | topakgaru axoreH ¢hokyc
TYCUK, HYKCOHW, Yan topak rurnonaasusacu CUHAPOMMY,
danno TeTpagacM Ba 6owka Mypakkab ropak
aHoManusanapm
OWwKO030H- KunamnyHray Ba yH MKKM 6GApMOKJIM MYaK aTpesusicu, | IXoreH nyax

PUBOXNAHULWUHUHT KEYUKULLN, UCTUCKO

Cungnk- Ypraya €ku ofup ruapoHedpos, OyhpakHUHr | EHrun nuenoakrasus
TaHocun AVNCNNacTUK Kacannurn Ba 6ynpak areHesunsicu

nynnapu

Bowkanap UKKWMHYM  TpuMecTpAa XOMWNAHWUHI UHTpayTepuH | NKku KOH TOMUPAK

KUHOWK apTeEPUACH, 6uTTa

KUHAMK apTepusicu

KentupunraH MabnymoTnapaaH KYpuHuo typmubavku (8-xagsan). 13
AaH 15 MM raya 6ynraH éH KopuH4a ynyamnapu kypcatkmunapyu CAHUHT
IOKOpPU XaBPuM Yy4yH XOoC 6ynunb, ynapHuHr yypaw 4vactotacu 33,6% HM
Tawkun kunagu, 6y TrPra kaparaHga 2,4 6apaBap kyn (P<0,01), 15 mm
AaH KOopu KypcaTkuunap aca TlMPra xoc 6ynu6, yypaw yactotacu 13,9
6apaBap tokopu 6ynraH (Moc paeuwpa 32,0% ra kapwm 2,3%; P<0,001).

8-aaBan

XoMUNagopaNKHUHT 2-TpUMeCTpUaa XOMUNaHUHT €H KOpUHYanapu
ynuyamnapuHuHr kmécui TaBcudu mebép, CA Ba TKKK tokopu xaBu

EH KopuH4anap CA rokopu xaBdwn, BIMP, H=75 MabnymoTnapHuUHr
ynyamu (Mm) H=128 NLLOHYNANTU
YpTaua 8,6+0,41 (8-10) 9,1+0,38 (8-10) P<0,01
KypcaTKuynap
abe. % a6e. %

<10 55. 43,0 23. 30,7 P<0,05
10-12. 27. 21,1 19. 25,3 P<0,05
13-15. 43. 33,6 9. 12,0 P<0,01
=15 3. 2,3, 24, 32,0 P<0,001

BeHTpukynomeranus kynuHya OayH cuHapomm (11 xomuna) 6owika
yNbTpaTOBYLI aHOManusnapu 6unad 6upranvkaa, dasapac cuHapomu (6
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xomuna), Matay cuHgpommn (4 xomMuna) Kabwu xonatnap 6wunaH 60FNuK,
6ynraH - O6yHAa BEHTPUKY/IOMEranans CUHAPOMUHUHT MaBXYyAauruy,
anHuMKca 6owka 6enrmnap 6unaH 6upranvkaa, WYHUHrAQeK, X
MoOHocoMusicn (2 xomuna) 6yWMH OypMacWUHWHI KaTTanawuwm 6unad
6upranukga 6enrunapaaH 6upm 6ynrax.

XOMUWMaHWHI  yNbTpaTOBYW  TeKWMPYBM  HaTmxacmpa  6u3
aHUKNAOAWKKKW, KUCTaNapHWUHI NYKAUTM KYNUHYa XoMunaga TyFpyKAaH
ONAMHIN TYFPYK, NanTuaa KysatunraH - 88,0%, CA xaBdu tokopu 6ynraHga
aca 6y pou3s 80,5% raua kamairaH (9-xagsan).

9-apBan
XA Ba TKKK 6ynraH xomunaga KOH TOMUP Ynranm KUCTaCUHU TankKuH
Kunuw
KCC 6enrunapu XA, H=128. BINP, H=75 MabnyMoTnapHWUHT
abe. % abe. % WULLOHYUINTH
KUCTanapHUHI NyKJINrm 103. 80,5 66. 88,0 P<0,05
N3onaTcuanaHraH 6up TOMOHIaMa, < 3. 2,3 2. 2,7,
10 MM P<0,05
NKKn TOMOHNama, 6up HeyTa, < 10 MM 9. 7,0 2. 2,7, P<0,01
Kuctanap = 10 MM, = 28 xadTa 8. 6,3 0 0,0 P<0,01
cakjlaHagu
KucTtanap + 6owwka 5. 39 5. 6,7 P<0,05
MapKepnap/aHomanuanap

10 MM pgaH nact 6ynraH MKKM TOMOHMamMa Kynnaé kwucTtanap
xomunaga CA xaBhu tOKopu 6ynraHga ceswnapnaum gapaxaga Tes-Tes
yypagu, wy 6unan 6upra TKKKga ynapHuHr yuypawm gespnam 3,0 6apaBsap
Kamangu, 6y cesunapnu gapaxaga axamusatnm (P<0,01). CAHUHI toKopU
xaB®u yuyyH 10 MM faH OpTUK KUCTanap MaBXyaamru xoc 6ynuo, ynap Key
rectaTcMoH aaBpga (28 xadbTagaH opTuK) caknaHnb konau. TMNKK yuyH
60oLKa MapKepnap/aHoManuanap 6unaH 6MpMKKaH KucTanap Xoc 6ynraH.
bowka aHomanusanap MaBxypn 6ysca, XpOMOCOMa HyKCOHMapu, ogartaa
Tpucomus 18 xaBu tokopwu 6ynaau. (4-pacm).

XoMuUnagopnuk Myaaatura Kapao, topak KUcKapunapu COHMHUHT 5-
6 MM gaH owwnwmn CA, topak HyKcOHNapu Ba 6owka natonorusnap
XaBPUHWHT oy 6unaH 60FInK 341 (5-pacm).

TPUCOMMA MCXOAHbIHA PUCK OLIEHKA PUCKA KNMHUYECKAS OLEHKA

TPUCOMMA 21

Menee 1:10,000 (<0.01%) HI3KMA PUCK
(Cumapom flayua)

BbICOKMIA PUCK —
1:182 Bonee 95% PEKOMEHAOBAHO
MHBASUBHOE NCCNEAOBAHME

TPUCOMMA 18
(CuHapom Ineapaca)

1:569 Menee 1:10,000 (<0.01%) HU3KIR PUCK

TPUCOMMA 13
Mapom Naray)

HE OBHAPYEHO

4-pacM. Xomunagopiauk 17 xa¢pTta, KOH TOMUP Yuranum Kucracu; V-
HWUMNT HaTtwxanapu: kapuotun B -HUINT Tpucomua 18
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OnnHraH MabsyMOTNapHU ypraHmwaa 6ms CAga xoMunaaopaMKHUHT
17-xapTacupgaH 6ownab 95 douspgaH ce3uvnapnv gapaxaja HKopU
OynraHNUrnHM aHuknaguk Ba 20-xadTara Kenmoé 3Hr HOKOPW papaxkara
eTam (6,612,2 Ba 7,0+2,5 mm; P<0,01). TyFpykAaH oNauHIM TYFPYK Nantunga
XOMunagaa KopuH 6YLWAUFUHUHT KalMHAaWMWmM MEbEPUN KypcaTKuynapra
MOC Kenau.

5-pacM. Xomunagopnauk 19 xadTa, 6yinH ypmacu 7,6 mm; KnaitHpentep
CUHOPOMU

Xomunaga LUTHUHI MebEpPUI KypcaTKuunapuaaH oFuLIapHu TaxJ/inii
KWUNM6, O6M3 LWYHM aHMKIaAUKKK, XOMWIALOPSUKHUHI 17-xadTacuaa
CAHUHr  OKOpM  xaBpu OGunaH 95 nNpOTCEeHTMNAaH  HOKOopWU
KypcaTkuunapHuHr yuypawm 88,9% xonnapga kaupg atunrad, TKKKga aca
3,1 6apaBap KaM (29,4%), 6y cesunapnu papaxaga axaMUSTIu
xapakTtepra ara 6ynraH (P<0,01). Ywo6y TeHAeHLMSA XOMUIaaopPSIMKHUHT 20
-xadTacuraya KysaTunaau.

Xomuna topak 6ywnurmaarn runepexoreH ¢okyc (Fd) xpomocoma
NaTONOrUACUHUHI, BUPUHYM HaBbaTha - TpUcoMUa 21 HUHI nNoTeHuwan
IOMLLUOK, MapKepu cudaTtuaa Kapanagm (6-pacm).

Ly 6wnaH 6upra, akcapuaT Xxonnapga runepexoreH @okyc
n3onaTcuaNaHraH Tonunma 6ynu6, detan axokapauorpadpusga 6ouwka
ofuwnap 6unaH bupra KenManamn Ba xomuna remogmHamMmKacura Tabcup
Kunmanau.

24



6-pacM. Xomunagopnuk 18 xadTa, poKyc runepexoreH; 21-xpomocoma
TPUCOMMUSACH

LUyHn Tabkuanaw KepakkW, tropakgarum runepexoreH (Qokyc
npeHaTan ynbTpaToOBYLW TeKLWMPYyBUAA aHWUKJIAHULWIKM MYMKWUH OynraH Ba
XpPOMOCOMa aHOManusanapu 6unaH 60FnNK 6YINLWLM MYMKWH 6ynraH aroHa
6enrun amac (7-pacm).

i AR B
7-pacM. 19 xadpTanuk XOMUNIafop/INK, runepexoreH doKyc, KOH TOMUP
yuranu kuctacu, &%&TKN&%&, &%&KTH&%& &%&TIOH&%&

TagkukoTnapummnara kypa, 203 Hadap xoMunagop aénnap opacuga
2 TpuMecTpaa wusonaAtcusnaHraH GF 27,1% (203 TagaH 55 Tacupa),
ynapgaH 28,9% (128 tagaH 37 Tacupa) CA tokopu xaBdu Ba 24,0% (75
TagaH 18 Tacnga) TKKK 6unaH kacannaHraH.

NKknHum Tpumectpaa 203 Hadap xoMmunagop aénnap opacuja van
KopuHyagarn Fd 6olwka ynbTpatoByw 6enrunapu ¢oHupga 10,3% (203
HadappaaH 21 Hadapw) aa, ynapaaH 7,0% (128 HadapaaH 9 Hadapu) ga CA
tokopu xaBpu Ba 16,0% (75 HadapmaH 12 Hadapu) ga TyFMa topak
€TULLIMOBYUIIUIM aHUKJIAHTaH.

2-Tpumectppa 203 Hadap xomunagop aénnap opacuga YHr
KopuHyaparn GF 16,7% (203 HadapaaH 34 Hadapu) Aa, ynapaaH 21,9%
(128 HadappaH 28 Hadapu) ga CA xaBdu tokopu 6ynraHuaa ea 8,0% (75
HadappaaH 6 Hadapm) aa TMKK 6ynraHmaa Kysatunaw.

BUSHWUHI TaaKUKOTMMKU3a runepexoreH myak 24,6% (203 tapaH 50
Tacupa) yuyparaH, ynapaaH 28,9% (128 tagaH 37 Tacuga) CA tokopu xaBhu
Ba 17,3% (75 tapaH 13 Tacumpa) BIP 6unaH kacannaHraH. [uHamuk
Ky3aTyBaa 27 Ta xomunaga (51,9%) ywéy mapkep MebEep BapuaHTu GynraH.
KonraH xonaTtnapaa (25) WMYakHMHI SKKON TUMEepPexoreHnnrn Kampg,
aTunraH 6ynu6, 6y, sXTUMON, XOMUIa U4 MHPEKLMSACK, MYKOBUCCUAOS,
Tpucomus 21 CUHAPOMM, LWYHUHTAEK, XOMUIa num runonepdysmnsacum éxku
rMnokcus 6enrunapy MaBXyanurnpgaH panonat 6epraH. 9XOreHamkK
JapaXkacu KaH4yanuK oKopwu 6ynca, MapKepHUHI AMarHOCTUK axaMusaTu
WYHYaANIMK  HOKOpM  Oynagn. AHMKNAHIaH MYaK [UMNepexoreHnurun
HaTuxacmpga ywbéy xomunagop aénnapHm HWIMTra rob6opuw TaBcus
aTunagu.

3aMoHaBUM TaBcusanapra Kypa, WUKKWHUYM TpUMeCTpAa >XOMHUHI
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aHTepo-nocTepuop yndyamm 4 MM faH KatTa 6ynuwn nuenoaktasusa aeb
xncobnaHuwn kepak. Yoy Mmapkep 6U3HUMHI Tagkukotnapummusga 18,2%
(203 TapaH 37 Tacupa), 23,4% (128 TtapaH 30 Tacuaa) XXoMu ypTaya
6,120,3 mm 6ynraH CA xaBodwu tokopu 6ynraH 6emopnapaa Ba 9,3% (75
TagaH 7 Tacupga) TMNP yptava 4,9+0,3 MM 6ynraH 6emMopnapfa Ky3aTungu.

Hatwxaga, 2- cKpuHuHrga 75 Hadap xomunagop aénpaH 11T
Hadapuaa ynbTpaTOBYW TEKWMPYBU OpKanu Ty3aTub 6ynmManguran
XOMUMa pUBOXNaHMW  HykcoHnapu (14,7%) aHuknaHaWn, XycycaH:
Kaf4OKCUMOH TaHa areHesuscu (5), [leHan Yokep MmandopmaTtcusacu (5) Ba
axoHgponnasus (1).

CKPUHMHI  TeKwupyBn 6GaéHHOMacura Kypa, WKKUHYM OOCKUY
OUOKUMEBUINA CKPUHUHI XucobnaHagn. XoMunagopnumkHuHr 11+0-13+6
xabTanurmaa oHa KoHuaa PAPP-A Ba X[ Mukgopu agapaxkacu Taxaun
KWInHaau.

BUPUHUYM CKPUHMHTHUHT OGUOKMMEBWUI KypcaTKUYMapUHU Taxaun
Knnuo, 6us aHnknagmkkn, BrP yptava 6ynranga PAPP-A kypcaTknunapm
KYyTapunauw TeHAeHuuMsicura ara 6ynam Ba MebEPHUHI FOKOPM Yerapacura
etam (1,98+0,08), XY kypcaTkuunapu 3ca MebEpUin KuiMaTiapaaH
ce3unapnu papaxapa tokopu 6ynau - 2,51+0,28 (P<0,05). Xomunagop
aénnappa XA pa PAPP-A HUHr ypTada pgapaxacu TyFpykaaH ONAWHIU
KypcaTkuunapra HucbaTtaH gesipnu 6,2 6apaeap kamanam (P<0,001), XI'X
aca 1,5 6apaBap (P<0,05) Ba YHUHI ypTaya KuhAMaTnapu Mebepuit
KMnMaTnap Yyerapacumga agu.

Cudatnu Taxamn wyHun kypcatamku, 11+0-13+6 rectatcmoH gaBppga
PAPP-A kypcaTknunapu 62,9% xonnapga XI'YHUHT FOKOpK KypcaTKuuiapm
(<2,0 MoM) dpoHupa CAHUHT toKopK xaBdu 6Yiinya nKobuin HaTuxa 6epam
(10-kapBan).

10-xapBan
XA Ba TI'M xaB¢wu tokopu 6ynraH 11+0-13+6 rectatcus mygaaTtunaa
TeKWupuiraH xomunanop aénnapna 6MoOKUMEBUIA CKPUHUHTHUHT
cudaTtnm Taxaumnm

Buokumésnin XA xaBdu rokopn, H=143 BIMP, H=113
CKPUHWUHT <0,5MOM | 0,520 MOM | 32,0 MoM | <0,5MOM | 0,5-2,0 MOM | 32,0 MoM
KypcaTkuunap | H % H. % H. % H. % H. % H. %
n
PAPP-A 90. {629 | 32. | 224 | 21. |145| 20. | 17,7 | 52. | 46,0 | 41. | 36,3
Xrd 29. {203 | 24. | 168 | 90. | 629 | 45. | 398 | 48. | 425 | 20. | 177

BMPaa PAPP-A kypcatkuunapu 17,7% xonataa (113 TagaH 20 Tacu)
0,5MoM paH nacTt, XI' gapaxkacu aca 2,0MoM paH tokopu 6ynraH, 6y aca
ywo6y xonatnapga CA xaBdu FOKOpW 3KaHIUTMHWN KypcaTraH.

MKKUHYM CKPUHUHIAa XomunaHuHr CA Ba XYYCpa A®M Ba XI
KYpCaTKMYNapUHN YPraHULWHUHT GMOKUMEBUI Taxaunum yTkasungn. AT
HUHF  ypTaya KypcaTKuunapu XOMWNAHUHI  TYyFPyKAaH  KeNuHru
puoxnaHnwmnaa XY HuHr 1,8 mapta ownwiv GoHnAa MEbEPHUHT OKOPU
yerapacupaH 2,2 MapTa oOwagW, ONIMHraH MablymMoTnap Mebep
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KypcaTKuunapuaaH CTaTUCTUK XuUxaTAaH ce3unapnu papaxaga odapk,
kmngn (P<0,01). XomunaHunr CA xaBdu tokopu 6ynraHga, A
Aapa)KaCMHUHIT MEDBEPHMHI KYyMM 4Yerapacu KypcaTkuuura HucébataH 1,9
6apaBap  (P<0,01) ceaunapnu  papaxapga  nacanmuwm, XY
KYpCaTKUYNAPUHUHI MEBEPHUHI HOKOpM 4erapacupaaH 1,14 6apaBap
owmMwn TeHaeHUusicK doHmnaa Kysatungm (P<0,05).

Cudatnu Taxnmn wyHn kKypcatamku, XA xaBdu rokKopu 6ynraHaa,
AQI kypcaTkuunapu 0,5 MoM gaH nact 6ynuwmn 64,8% xonnapaa tokopu
XY kypcatkuunapu (<2,0 MoM) doHuga Kawa aTunaraH. Xomunaga
TYFpyKAaH KennHrn paspaa APl kypcatkmunapu 0,5 MoM paH nact
oynuwmn 13,6% xonataa, WyHUHraek, XI gapa)kaCMHUHI HOKOPU BynuLIm
Kang aTungun, 6y TyFpyKAaH KennHrn gaBpHuHr CA tokopu xaBdu 6unaH
6upra KeIMLWNHK KypcaTaau.

LUyHpanm Kunmb, 2-6MoKUMEBUINA CKPUHMHITA Kypa, TIM 6éynran 75 Ta
xomunagaH 12 tacuaa (13,6%) CA xaBhu HOKOPU SKAHAUTU aHUKAHAW. 2-
CKpuHUHT CA xaBdu tokopu 6ynraH 83 (64,8%) xoMunanapHM aHuKaLL
WMKOHWHU 6epan.

KomMbuHauuanaHraH CKPUHWHI YyNbTpaToBYyW Ba OWOKMMEBUM
CKPUHWHIHM anoxuaa Kynnawra HucbaTtaH (Moc paBulifa CesyBYaHINK
68,7%, 61,8% Ba y3ura xocnuk 86,4%, 72,1%) IOKOPWU HaTMXKanapHM
KypcaTam (cesyBYaHnunk 89,7%, yaura xocnmk 91,5%).

[MpeHaTan CKPUHWHI, >XXymMnagaH, YynbTpaToByW  TeKLIUPYBMU,
6uokKnmMéBun Taxaumnnap Ba HWUIIT xpomocoma aHoManusanapuHu
aHuKalWwaa toKopu caMmapagop/IMruHu KypcaTtau.

[AuccepTauussHUHT TYPTUHUYM 606Maa "XpoMocoMa aHOManusiiapu
6unaH XxOMUNa  pPUBOXJIAHULL  HYKCOHNapuM  KoMOuHauusacupa
ANarHoCTuKa cTpaTtermsicy Ba XoMuIafopMKHU y3anTupuiw Me3oHnapu”
TysaTunaguraH Ba Ty3aTuiManguraH pPUBOXIIAHULW HYKCOHTapPUHUHT
XyCycusaTnapu, LWYHUHIAeK, ycynsap Ba KIWHWUK CTpaTerusnapHuHr
WHTErpauusaCMHN XxMcobra ofiraH xonga uwnad YMKuaraH anaropuTMHUHT
camMapafop/nrmHun 6axonail Takaum aTUraH.

XOMUNAHMHT TyFMa pPUBOXNaHUW HyKcoHnapu (TPH) Tyaunuwwm
Mapkasuit acab Tuammn (MAT) LWKMKACTNaHMLWAAPUHWUHE AKKO YCTYHANMU
6unaH axpanub Typagu, ynap 6apya Kang sTuaraH aHoManusinapHUHC
68,1% Hun Tawkun kunagn. by npeHaTan ynbTpaToBYLW CKPUHUHIMAA
MapKasui acab TU3UMMUHWHI TYSUAMWKN Ba QYHKLMACUHM GaxOnallHUHT
anoxmpga axaMUSATUHM TabKuanamngu. AHUKNAHWUW YacToTacu 6ynmya
UKKUHYM YpUHAA topaK-KoH Tomup Tnuaumu (IOKTT) HyKcoHNnapu Typaau,
ynap 31% KysaTyBnapga TawxucnanraH. 03 Ba 6yNMHHUHT pUBOXXIaHULL
HyKcoHNnapu 18,6% Hu Tawkun kunagu. OwKo30H-u4yak Tpaktm (OUT) Ba
TasiHy-xapakaT Tusanmm (TXT) aHomanusnapu 6mup xun yactotaga - 16,8%
AaH ydypangun. Cuiauk-taHocun Ttuammm (CTT) HykcoHnapu 14,2% Hu
Tawkun aTtagn. TaakuMkKOT pgaBoMmpa 6M3  TysaTunaguraH Ba
Ty3aTunmangurad TMP TacHuduHu Taknud kunauk (11-xxagsan).

49 Hadap aénpa Ty3aTMb 6ynMananraH puBOXKNAHULI HYKCOHapy
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aHUKNaHgK, 6y ywoy rypyxHuHr 43,4% Hu TawKkun Kunagu. by HyKcoHnap,
ofaTtaa, opraHnap aHaTOMUACK €KUM DYHKLUMUSCUHUHT OFUP BGy3nnuLiniapu
6unaH 60FNKNK 6yNM6, by Xo0naTnap xoMuaa xaéTura Moc KenMmangu.
T11->kagBan
XomMuna pMBOX/IaHULWIMHWUHI Ty3aTunaguraH Ba TysatunManguraH TyFma
HYKCOHJIApUHU YNApPHUHI aHUKJ1aHULW MyaaaTura Kapab TacHudnaw

TysaTunaguraH xoMuaa HyKCoHnapu TysaTtun6 6ynmarguraH xomuna
HYKCOH1apu
11-13+6 xadTanmk xoMunagop aénnapHuHr ynbTpaToBYL TEKLLMPYBU
03 HYKCOHNapu, TyFMa ropak HyKCoHMapu, ononposeHcedanus, bunak cyaru
OLUKO30H-MYaK TpaKTU pUBOXKIAHULL annasusicu, KUCTO3 rmrpoma, ofFump
aHomanusanapw, yptada rugpoHedpos rmapoHedpos
17-21+6 xadTannk xoMunagop aénnapHuUHr yNbTpaToByL TEKLUNPYBU
BEHTPUKYNOMeranus, 103 HyKCoHnapu, TyFma FononposeHcedanus, bunak cyaru
topaK HyKCoHNapw, KaoKCMMOH TaHa annasuscu, oFup rmapoHedpos,
ANCreHesunsaCH, CUHAAKTUINS, MuKpouedanus (unapuetan anameTp
KJIMHOAAKTUNS, MaMOKJTMK Ba YaKanuul, <1 nepcenTtun Ba XIN/®PJ1< 2,5
OLUKO30H-UYaK TpaKTu pUBOXIaHUL NepceHTU), opKa MU YyKyp4yacu
aHoManusanapw (KMsunyHray Ba yH UKKu aHoMarn komnnekcu Ba leHaun-Yokep
6apMOKJIM MYaK aTPesnsiCU, MHrMYKa nyak CUHOPOMM, MypaKKab topak
TyTUnuwn, guadparma yyppacu Ba aHoManusanapw, 6yrpak AucnaacTuk
omMdanoTcene), ypTaya rugpoHedpos Kacannuru Ba 6ynpak areHeaumscu

TysaTunmMmanguran TYFpyK, ONAW Mpeaknamncusaicn oynraH 6Gap4a
XOMUnNagop aénnapra TWO66MM KypcaTManapra Kypa XOMWUAagopsvk
TyxTatunan. bapya TyFMa HYKCOHap opacuga 64 Tacuga TysaTunaguraH
XOMWUMNa PUBOXJIAHUL HYKCOHMApW TalXucu KynuunraH, 6y 56,6% Hu
TalKWU Kunagu.

XOMUNaZOPANKHUHT BUPUHYN TPUMECTpMAA GUOKUMEBUIN CKPUHUHT
HaTwxanapu wyHu kypcataukn, TKKK éynran 64 Hadap xomuna opacuaa
32,8% (64 HadapaaH 21 Hadapu) aa PAPP-A myc6aT HaTuxacu Kaung
aTunraH, sbHuM 0,5 MoM paH nact kypcatkuunap (64 HadapgaH 19
Hadapw; 29,7%) Ba 2,0 MoM paH tokopu (64 TagaH 2; 3,1%). TKKK 6ynraH
64 Ta xomunagaH 20 Tacupa (31,3%) free B-hCG 6yilMuya mxobui
HaTuanap onuHau, abHn 0,5 MoM paaH nact Kypcatkuunap (64 TagaH 9
Tacu; 14,1%) Ba 2,0 MoM paH tokopu (64 TagaH 24; 37,5%).

LyHpanm Kunuoé, XoMuUnagopMKHUHT 6upuHYn Tpumectpmpga TKKK
oynraH 64 Hadap xomunagopnap opacmpa TKKK 6ynraH 24 Hadap
xoMmunagop aén XA 6ynmya tokopu xaB@d rypyxura kmpau, 6y 37,5% Hu
TalKWI aTaM.

17+0-19+6 xadTanuk xoMuMnagopnvK gaBpuvaa KEMUMHrM KysaTyBAa
Ty3aTuiaraH XOMMWNaHWHI TyFMa npeaknamncusacu o6ynraH 43 Hadap
XOMUnagop aén 6MOKUMEBUIN CKPUHUHIAaH yTKasunaun. TKKK éynraH 43
Ta xomunagaH 14 Tacupa (32,6%) ADIT 6ynya mMKOOGUIA HaTwxKanap
onuHam, svHn 0,5 MoM pgaH nacT KypcaTtkuunap kana atungm (43 TapgaH
10 Tacu; 23,3%) Ba 2,0 MoM paH tokopu (43 TagaH 6; 13,9%). ADI HUHF
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nacT KypcaTKkuynapm Ty3aTuiiraH xomusna ongmu TyFMma HyKCOHapu 6ynirax
xoMunagop aénnapHu XA 6ynnya xaB® rypyxura KMpuTuULl MMKOHWHM
6epaau, tokopu Kypcatkmunap (>2,0 MoM) aca HeBpan Hai4ya HyKCOHMapwu
MaBXyOJIUIMHW  KypcaTagu. YNbTpaTOBYyW TeKWWpyBM Mantunga oy
aHOManusa aHuKJaHMaau.

KennHrn Tekwnpye TakTukacmga XA 6ymnmya xaB@ rypyxura KupyBuu
XOMWMAHMHI TyFMa HYKCOHNapu o6ynraH 38 Hadap xoMmwunagop aénra
HUMT yTkasuw tascua atunaun. HUMT HaTwxanapu 23 Ta xonataa CA
MaBXYyLJIMTMHN aHMKNawra MMKoOH 6epan, 15 ta xonatga HUMT canbui
HaTwxanapHu kypcaTtau, 6y 39,5% Hu Tawkun aTaw.

HWUMNT HaTtwkanapura kypa, [ayH cuHgpomu (Tpucommsa 21) 13 Ta
xonatna, daBapac cuHapomm (Tpucomus 18) 4 Ta xonataa, [Matay
cuHapommu (Tpucomusa 13) 3 Ta xonataa Ba [Ou XKopxu cuHapomu
(22x11.2 penetcusi) 3 Ta xonatha 9Hr KM aHWKJaHraH. XOMWIaHUHT
TYFPYKAAH KEeNUMHIM TyFMa HyKcoHMaa OWMOKUMEBUIN CKPUHUHTHWUHT
cesrmpnury, ysura xocnuru Ba aHuknurm 73,5%, 60,8% Ba 63,5% Hu
TallKua Kunagu.

XOMUNa PUBOXIAHULWIMHUHI KYLLUMa HYKCOHSlapu Ba XpOMOCOMa
aHoOManusanapmpa yNnbTpaToOBYLL TalWXNUCOTUHUHI ysura X0ocC
XYCYCUATNAPUHN aHMKaW Y4Y4yH 6M3 2 rypyxHuM axpaTtaumk: 23 Hadap
xomunagop aén TKKK+TA Ba 41 Hadap Ty3atunraH TKKK 6ynraH aénnap.
Kynmaa HYKCOHNApHWHI TU3MM Ba ab3ofiap OyMMya TaKCUMJIaHULLIN
kKentupunrax (12-kagean).

12->xagBan

TyFMa HYKCOHJIaPHUHT TU3UMJIap Ba ab3osiap 6yinya TaKCUMITaHULLIN
Tuaumnap Ba BMP + XA (H=23) BMNP (H=41) Xamu (H=64)
opraHnap abe. % abe. % a6be. %

MHT 18. 78,3 25. 61,0 43. 67,2

03 Ba 6yNUH 7. 30,4 5. 12,2* 12 18,8

CCC 10. 43,5 10. 244 20. 31,3

MWW 4. 17,4 7. 171 11. 17,2

IPS 3. 13,0 6. 14,6 0. 14,1

oac S. 21,7 6. 14,6 11. 17,2

N3ox. * - BIP+XA Ba BIlPpa yprauya kypcaTkuunap opacujarn MablyMOTNapHUHT
nwoHununurun (P<0,001)

XoMuna puBOXnaHuwnga TypauM XU aHaTOMUK HYKCOHNap €Eku
OfvLlLINap aHWKJ1IaHraH, aMMO XpOMOCOMa aHoManusnapu TonuamaraH
aénnap rypyxmra xoMmnagopavukKHn y3auTupuLl Taknangd KMunnHau.

Onn6 6opuaraH TagKUKOT HaTMxXanapura kypa, kywma TIP Ba CAga
YyNbTPaTOBYLU TEKLMUPYBUHUHI Y3uUra XOC XYCYCUATIApPU HYKCOHMAPHWUHI
CA 6unaH ogaTui KOMOMHALUACUHM Y3 M4YMra oJiraH:

13-apBan
BIMP Ba CA KOM6MHaUUSAACMHU 3pTa TaluxXucall Me3oH1apu
XpomMocoma aHoOManusacu Tes-Tes yupanauraH accoumnaymsanaHraH
HayH cungpomm (T21) 6ypyH cysru rmnonnasusacw, nyak 9XOreHnuruy,
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NUenoaKkTasus, COH Kuckapuwu, T2-nyak arTpesusicy,
BEHTPUKYy/ioOMeranus

daBapac cuHapomu (T18) OmdanoTcene, Mapkasuin acab TU3NUMKU HyKCOHNapw,
MUKPOrHaTUsi, 6apMOKJIapHM KYWWLL, 03 HYKCOHM, KOH
TOMMP YUranm KMcTacu, BEeHTpUKynomMeranus

MaTtay cuHgpomm (T13) ononpo3seHcedanus, 103 EpMKnapu, NOANAAKTUANSA

Henetcus 22K11.2 (On (danno Tetpagacwu, MAMA, MBMB), TUMYyC runonaasuscu

Feopre)

TepHep cuHapomu (45,X) BYWWHHWHI  KMCTO3 rurpomacu, rugpoTtopakc, aopTa
KoapKTaTCcusacu

Tpunnogus MynTUKMCTO3, MapKasui acab TU3UMU HYKCOHIapw,
YCULLHWHT KEYNKULLN

bowkanap Kam yupanauraH mukpogenetcusnap/gynnukauusnap

XAcwus, pakat BIMP TIOH, 103 HykCOHNapu, 60W MWUSA KUCTanapu, aHexoreH
HyKCOHNap

LUyHpan KuMnmb, XOMUNAHWHI TyFMa HYKCOHSlapn XpomMocoma
aHoManuanapu 6unaH o6upranukga KOMMNeKc €EHpawyBHM Tanab
KunaguraH >Xuaaumn puarHoctuka BasudacuHu 6akapaau. [NpeHaTan
TEeKLWMpyB 60CKMUYMAA aHUK, TaLLXNC KYMULL OUNaHKU Y3 BakKTuaa xabapaop
KUIULWHW TabMUHMANAN, OHMN Kapopnap Kabyn Kkunuwra épaam 6epaau
Ba nepuHaTtan napBapuvw cndaTnHM ownpagm.

Ly MyHocabatr ©6unaH 6M3 XOMWUNa  PUBOXJTAHULLINHUHE
TysaTunaguraH Ba TysaTunmManauran TyFMa HyK.COHNlapuaa
XOMUNAAOP/IMKHM  y3aUTUPULWL TaKTUKAcKM Ba CTpaTerusiCMHM wuwnab
ynkauk (11-pacm).

CA xaBdwu tokopu 6ynraH 143 Hadap xoMnnagop aénHUHI ANHAMUK
KysaTtyBuaa HUMT yTkasuw TtaBcus atunam, amMmmo yHu dakat 15 Hadap
xomMunagop aén ytkasgu, 6y 7,0% Hu Tawkun atam. HAMNT HaTuxanapura
Kypa, 6 Hadap aénga CA maBxyanuru tacguknangm, 6y 40% Hu Tawkun
aTaun. LWy 6unaH 6upra, 6apya xonaTtnapAa CKPUHUHE YTKasuwaa mxooun
YyNbTPaTOBYW TeKWMpyBM Ba XA HU aHMKNAW Y4YyH OUOKMMEBMUM
Mapkepnap aHuknaHgu. 9 Hadap aénga HUMT xomunaga XA
MaBXYLJIMTMHUHT  canbuinl HaTUXXaCUHM aHukKNagu. Taxaunnap LWyHK
KypcaTauku, ywoby rypyxaa 6uMoKMMEBUn Mapkepnap mxooumn éynrax, YTT
MapKepiapu aca MebEepuin KMnmatnap gompacuga o6ynrat.

KysaTyB anHamukacuga 119 Hadap xomunagop aén 119 Hadap
6ona TyFan (110 Hadapu KOM6GMHaUMsSNAHTaH CKPUHMHIAaH yTraH Ba 9
Hadapu HUMNTHUHI canbuii HaTuxXanapu 6unax), ynapaaH 23 Hadapu CA
6unaH TyFunrat, 6y 19,3% Hu TawKun aTam.

Wy 6wnan o6upra, CA 6unaH ofpurad 6onanap ypTacuaa
KOMOMHauuanaHraH CcKpuHUMHr YTT MapkepnapvHu aHukKnawpa xam,
OUOKMMEBMUI CKPUHUHIAA XaM MXKOOUI BYNraHIMrMHM Tabkngsalw Kepak.
KonraH xonatnapga CA 6enrnnapucusa Hopman 6onanap TyFUraH.

TysaTunaguraH HykKcoHNnapu 6ynraH 6apya xomunagop aénnapra
HUNT ytkasungu. HANT HaTuxkanapura kypa, 23 xonataa (35,9%) CA
MaBXyaJIMrM aHUKJ1aHgMW.

Yweéy aénnapra TMOOUN-TeHEeTUK KypcaTManapra Kypa
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XOMUNAQOP/MKHN  TyxTaTuw  Taknug  KunuHau. bBup  xomunanm
xomunagopnurn 6ynraH 41 Hadap aén Tys3aTuw MYMKWH 6ynraH
PUBOXKIAHULL HYKCOHMapu 6unaH y3 BakTupa TyFau. TysatunraH TKKK
oynraH 6apya SHrM TYFUNAraH YakanokJsjapra y3 BakTuga TMboun €paam
Kypcatunau, yHnmHr makcagm TKKKHu Tysatuw agu.

ANTOPUTMHUHI  acoCUi  MeTpUKanapuHuM xucobnaw Kyunuparu
KYpcaTKUYTapHU aHUKNaan: anropuTMHUHr cearupnuru (recall) 99,8% Hu
Tawkun aTAM, 6y ywby TaHnaHMagarm 6apya  XakKuMKUA  MHKOOUI
XONaTNapHUHI  TYNIUK, aHUKJAHraHAUIMHKU - KypcaTagn. Cneun@uknunk
96,1% ra etTau, 6y anrOPUTMHUHI canbun xonaTnapHu TyFpU aHMKawW Ba
COXTa WXO06MM HaTwXanap COHWHM MUHUMANNALWTUPULLHUHE HOKOPMK
KOBUNUATUHW aKc 3TTMpaan. AHMKIKK (NpecucnoH) 93,3% ra TeHr 6ynue,
MOZENHUHI 6apya wXobuir 6GaluopaTniapy opacuia XakKuMKUi MKoOUMn
6allopaTNapHUHT OKOPU ynywuHu Kypcatan. ®1-yn4yoB ces3rnpauk Ba
aHUKJIMKHUHI FrapMOHUK ypTadacu cudatmpa 96,5% ra etam, 6y nkkana
KypcaTKmuy 6yinndya MOAENHUMHI MyBO3aHaTnalraHAUMrMHU KypcaTagw.
TacHU@NaWHUHT YMYMUIA aHUKAUTN 97,5% HW TalLKKUN 3TAN.

11+0-13+6 xadTanuk xoMmunagop aénnapHUHr yabTpPaToBYLU TEKLUUPYBHU

TysaTunaguraH xoMmuna HyKCOHapu TysaTu6 6ynmangurat
XOMUI1a HYKCOHJ1apu
F03 HYKCOHJ1apu, TyFMa topak HYKCOHJ1apy, OLLKO30H-N4aK FononposeHcedanus,
TpaKTu pMBOXKNaHMLL aHOManusanapu, yprada ruapoHedpos Hyp annasusacu, KNCTos
rMrpoma, ofFmp
rmapoHedpo3
Bnokumé
PAPP -A - <0,5 MoM XOMWUTaA0PIUKHU
XYy - >2 MoM TyXTaTuL
BUOKMMEBUIN CKPUHUHT OpKanin XA MaBXyANUIrMHU TacauKall
Xa Ny
XOMWUaA0PSIUKHU HUMNT
TyXTaTuL
XA MaBXyganruHu NyK,
TacamKaaLl
XOMWUNagopP/INKHN KennHru
TyXTaTULL CKPUHUHIaH
yTuw
17-20 xadTanuk xoMunaaop aénnapHUHr ynbTpaToBYL TEKLUMPYBU
TysaTunaguraH xoMmuna HyKCOH1apu TysaTu6 6ynmangurat
XOMUIa HyKCOHapu
BEHTPUKYJIOMerasnus, 103 HYKCOH1apy, TyFMa ropak Fononpo3seHcedanus, 6unak
HYK,COHJ1apu, KaJOKCMMOH TaHa ANCreHe3unscy, CYSirn annasuscu, oFup
CUHAAKTUINA, KITMHOLAKTUINA, MaMOKJIMK Ba rmapoHedpos,
YyanKanuul, OLWKO30H-UYaK TPaKTN pUBOXJITaHULL MuKpouedanus (bunapuetan
aHoManusanapu (KM3unyHray Ba yH Kk 6apmokn nyak | avametp (BMNA) < 1 ¢omus Ba
aTpesunsiCu, MHrM4YKa nyak TyTunuin, anadparma XM/®N < 2,5 houns), opka Mus
yyppacu Ba oMmdanoTcene), ypraya rugpoHedpos YyyKypyacu aHoman

KoMmniekcu Ba [leHan-Yokep
CUHAPOMM, MypaKKab topak

31



aHoManusanapu, bynpak
AncCniacTuK Kacannuru Ba
bynpak areHesunsicu
Brnokumé XOMUNAgOoPJMKHN TyXTaTuL
AFP - <0,5 MoM
XY - >2 MoM
BUOKNMEBMIN CKPUHUHT OpKann XA MaBXyaIUruHu
Tacgmkial
Xa Nyk,
XOMWIagopPUKHU HUMT
TyXTaTuwl
XA MaBXyaJIMrHu NyK,
Tacamkall
XOMUNagopnNKHU KennHru
TyXTaTuLL CKPWUHUHrgaH
yTUw

11-pacMm. TysaTunaguraH Ba Ty3aTMJ1MaF1JJMFaH XxomMuna
puUBOXNaHUWWUHUHI TYFMa HYKCOHJ1apuaa XoMuiaaopJiMKHU y3aﬁTMpMLLI
TaKTUKaCu Ba CTpaTermacu

Ywoey Hatmxanap CA Ba TKKK xaB¢u tokopu 6ynraH xomunagop
aénnap opacuga anropuTMHUHI HOKOPW AMarHOCTUK ULLOHYIUINTUHA
KypcaTagu Ba YHM XxaB@d rypyxuaaru xomunagop aénnapHu onmé 6opul
Ba canbum okmbaTtnapHu 6awopaT KuUAUW YYyH KAWHWUK amManumétga
Kyniaw MyMKUHIUIMHU KypcaTagu.

[NpeHaTan AuarHoCTMKa camMapajop/IrMHU OLMPULL  MKXTUMOUM
TynoBnap, HOrMpoH 6onanapHu napBapull KuiaéTraH OTa-OHaNapHWHT
BaKTUHYa MexHaTra naéekatcusnuru oynmya Hadakanap, LWYHUHIOEK,
TyFMa HYKCOHMlapu Ba XpPOMOCOMa aHoManusnapu 6ynraH 6onanapHu
peabunuTaums KUauw, YKUTULW Ba MOCMAWTUPULL XapakaTtnapu 6unax
60FNNK, BUNBOCUTA XapaXkaT/iapHn KaManTupuLira épaam 6epaau.

MXXTUMOM  axaMMATM  XOMWUNa PUBOXJ/IAHULW  HYKCOHSapu Ba
XpOMOCOMa aHoManuanapuvHu 3dpTa Tawxucniaw Ba OJIAUHU OJIULLHMK
AXWuNaw, KacaniaHUWHN KaManTupull, HeoHaTan Ba OHanap Y/IMMUHMK
KaManTupuwaaH noopar.

Taknug atunaétraH anroputmMaaH pompganaHraHga 1 Hadap 6ona
YYyH 12 o paBoMupa fgaBnaT xapaxaTt/apuHu Texaw 6 256 325 cyMHu
TalWwkKun 9Tagu, SbHM NapBapvwinall Ba HOMMPOHAWMK Hadakanapu
KamMasau.

XYJ10CA

1.  YnbTpaToBywW CKPUHUHIX HaTWXXanapu: TeKwupunraH aénnap
opacupa 6up Katop xonatnapga TBIM (95 ¢ouspaH tokopu; X2=12,86,
p=0,002), KTP (5-pouspaH nact; X2=15,32, p=0,002), HK runonnasusicu (5-
domspaH 2 6GapaBap nacT;, ¥x2=13,66, p=0,003) kabwu KypcaTkuynapga
ofvwnap kKang atungum, 6y TIMP Ba Xxpomocoma aHoManusiniapu
KOMOMHAUUACUHMHI  IOKOpM XaB®WHM KypcaTtau. XycycaH, OyHAaanm
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ofwnap JayH cuHapomu, Tpucomus 18 (SaBapAc CUHAPOMM),
TpUNIonaMsa Ba 60LLKa FreHeTUK Kacananknaap y4yH xoc 6ynraH.

2. BeHO3 KOH OKWMW TE3NIUITMHWUHI YNbTPaTOBYLIN AOMMIEPOMETPUK
Me30H1apu Mebéppa, CA Ba YUTN 6unaH axpanub Typagu, 6yHaa CA
yyyH TN 1,65-2,4, IOTHcus KOTH yuyyH - PU - 1,15-1,65, maructpanb
TOMMpNap Ba KOpaK Knanausiapu cteHosun 6unaH KOTH yuyyH - PU > 3,1,
cteHo3cu3s KOTH ydyyH aca - PU < 1,15 KkypcaTkuunapum xocgup.
XoMunagopnuk myapatura 60fimK, xonga XCHuMHr 5-6 MM paH
KaTTanawuwum CA, topaK HyKcoHnapu Ba 6owkKa naronorusnap
XaBMUHUHT OpTULLK BUNaH 6OFNNK, BynraH;

3. [llpeHaTtan CKpWHWHF, >XymMnajaH ynAbTpaTOBYLW  TeKLUPYBMU,
6uokuméBun Taxnunnap Ba HWUIMT canbui OGUOKMMEBUWA CKPUHUHIAA
XpoMoCcOMa aHoOManuanapuHm aHukJiawja HKopu camapagopiiMruHu
(100%) kypcaTau;

4. 49 Hadap aénpa Ty3aTMb GynManamraH puBOXXaHULW HYKCOHapu
aHuKnaHgy, 6y ywoéy rypyxHuHr 43,4% Hu Tawkun  Kunagu.
TysaTunmanguraH TyFpyK ONauM npeaknamncusicm 6ynraH 6apya
XOMunagop aénnapra TuM66MM KypcaTManapra Kypa XOMWIagop/ivK
TyxTatungn. bapya TyFMa HyKcoHnap opacupga 64 tacupa Tysatunagurad
XOMUMa PUBOXJ/IAHULI HYKCOHMApW TawXxucu KynumnraH, 6y 56,6% Hu
Tawkun Kunaau. TysaTunaguraH HyKCOHNapra k3 HyKCoHnapu, TyFMma
topak HykcoHnapu (THOH), MacanaH, yHr abeppaHT YMPOB OCTK apTepUsicy,
AOUMUIA HOKOPWU KOBaK BEHA, LWYHWHIAEK, KynuMH4Ya Ty3aTUWHM Tanab
KunManguraH Ba 3apyp xonnapfa >XXappoxJ/MK apanawlysu éppamuia
Ty3aTuW MYMKUWH 6yfraH 6owkKa aHomanusanap knpagu. LLyHn Tabkuanadw
KepakkK, 6y HYKCOHMap KynuH4ya XpomocomMa aHomanuanapu (65,6%)
6unaH 6upra KenraH, 6y aca OWMOKUMEBWUM CKPUHWHI Ba HOWHBA3UB
npeHatan Tect (HUMT) yTKasuwHu Tanab Kunagu.

5.  YTKasuaraH TagkukOT HaTuxanapu LyHW kypcatauku, TMP 6unaH
oupranukpa sHr Kyn yypanauraH xpomocoma aHomanusnapu 21, 18 sa 13
-TpUcomMuanap, LWYHUHrAeK, 22k11.2 Mukpoaenetcus xucobraHaawn.
YnapHuUHr KOpuH4Yanapapo TYCUK HyKcOHnapu, omdanotcene, MHT
aHOMarnuvsanapu Ba K03 épukJjapn Kabu TUMMK PUBOXXIAHWULL HYKCOHMapwu
6unaH 60FNINKJNTA XOMWNAAOP/IMKHU TalUXucnaw Ba 06 GOPULLHUHT
acocnaHraH TaKTMKACMHM  Ty3uUW  UMKOHWHM  6epagu. OnuHraH
Mabnymotnap  TMIPHMHr  ynbTpaToBYW  MapKepsiapu  aHWKJ1aHraH
6emMopnapga 6MOKUMEBUI Ba MONEKYNAP-TEHETUK CKPUHUHIHU YTKa3ULL
3apypavMruHun Tabkngnangu.
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HAYYHbIN COBET DSc.06/2025.27.12.Tib.06.01. MO NPUCYXXAEHUIO
YHEHbIX CTENEHEWU NMPU HAYYHO-NMPAKTUYECKOM MEANLINHCKOM
LEHTPE OETCKOW OHKOJIOI MW, TEMATOJ10rM U UMMYHOJ10IMKN

LEEHTP PA3BUTUA MPOGECCUOHATIbHOW KBAJTTMGUKALIUU
MEAULIMHCKUX PABOTHMUKOB

AXMEAOBA WWAPUH HYCPATOBHA

MYJIbTUNAPAMETPUYECKNI YJIbTPA3BYKOBOW CKPUHUHI
NOPOKOB PA3BUTUA MNMJIOAA, COYETAIOLLMXCA C XPOMOCOMHbIMU
AHOMAJTUAMU

14.00.19 — KnuHun4yeckasa paguonorus

ABTOPE®EPAT ANCCEPTALIUU
JOKTOPA ®1nocoouu (PhD) N0 MEOAULIMHCKUM HAYKAM

TALWWKEHT-2026

Tema pucceptaumm poktopa ¢unocopun (PhD) no MepuUMHCKUM +
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3apermctpupoBaHa B Bbiclieit aTTecTayMOHHOW KOMMUCCUMM NpuM MUHUCTEpPCTBE BbICLLErO
06pa3oBaHus, HayKu U MHHOBaUuh Pecny6nuku Y36ekucrtaH 3a N2 B2025.3.PhD/Tib4940

Awncceptaumns BbinonHeHa B LleHTpe pasBuTus npodeccuoHanbHON KBanudukaumm
MeANLMHCKMX PabOTHMKOB.

ABTopedepaT auccepTaumMmM Ha Tpex s3blkax (Y36EKCKWUW, PYCCKWUIM, aHTrUACKUIA
(pestome)) pasmelleH Ha Be6-cTpaHuue HayyHoro coeeta (info@bgokim.uz) w
NHdopMaumnoHHo-o6pasoBaTenbHOM nopTane “ZiyoNet” (www.ziyonet.uz).

HayuHbln pykoBoaguUTEND: KamanuguHoBa LLlaxHo3a MaxMyaxaHOBHa
AOKTOP MEANLMHCKUX HayK
OduymanbHble ONMNOHEHTDI: IOcynanueBa N'ynbHapa AKManoBHa

LOKTOP MeANLMHCKUX Hayk, npodeccop

3ydaposa LLlaxHO3a AnMM>KaHOBHa
JOKTOP MeANLMHCKUX HayK, npodeccop

Bepywias opraHusauums: Byxapckuin ocypapCcTBeHHbIM MeauLUHCKUIA
UHCcTUTYT
3aluTa cocTouTes « » 2026 r. B YyacoB Ha 3acejaHuW pasoBOro

Hay4YHoOro coBeT Npu Hay4yHoM coBeTe DSc.06/2025.27.12.Tib.06.01. N0 NpUCY>XAEHUIO YYeHbIX
cTeneHen nNpuW  HayyHO-MPaKTUYECKUA MEAULMHCKOM LeHTpe [AEeTCKOM  OHKOJSIorum,
remMaTosiorun u uMmyHonorun. (Agpec: Ya6ekucTaH, r. TawWKeHT, YunaH3apckuit panoH, yn.
ApHacon 17A +998 71-203-11-03 info@bgokim.uz LleHTp AeTCKOM OHKOMOruK, reMaTonornm un
UMMYHOJOTUN).

C pucceptauvMen MOXHO O3HakKoMuUTbca B WMHGOpPMaUMOHHO-PECYPCHOM LIEHTpEe
Hay4YyHO-NPaKTUYECKUA MEAULMHCKOM LEHTpe [eTCKOM OHKOMIornu, rematosiormm u
UMMyHonoruu.(3apernctpupoBaHa 3a N2____). Agpec: r. TawkeHT, YnnaHsapckuii painoH, yin.
ApHacon 17A T1en +998 71-203-11-03

ABTopedepaT agucceptaumm pasocnaH«___»__ 2026 ropa.

(peecTp npoTokona paccbiniku N2 oT 2026 roga).

A.U. NonaTtoBa

MNpeacenaTtenb Hay4yHOro coBeTa

MO NPUCYXXAEHWUIO YYEHbIX CTEMEHEN,
AOKTOP MeAULMHCKNX HayK, npodeccop.

I'.b. MamepgoBa
YueHbi cekpeTapb Hay4YHOro coBeTa Nno NPUCYXXAEHUIO
YYeHbIX CTENEHEN, LOKTOP MEAULMHCKMX HayK

H.M. O)xypaeBa

MNpencepaTtenb Hay4yHOro ceMmHapa nNpu Hay4yHoM CoBeTe
MO NPUCY>KAEHUIO YYEHbIX CTEMEHEN,

OOKTOp MeANULMHCKUX HaYK
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BBELEHUE (aHHOTauumsa gucceptauunm goktopa ¢unocodum (PhD))

AKTyanbHOCTb W BOCTpPebOBaHHOCTb TeMbl Aaucceptauuun. [lo
fAaHHbIM BcemupHon OpraHusaumm 3papaBooxpaHeHus (BO3) «.. oT
BPOXAEHHbIX MOpokoB pa3BuTus (BMP) n XpoMOCOMHbIX aHoManuin (XA)
B MUpe eXeroaHo ymumparoT cBblwe 3,3 MJTH fleTeil B Bo3pacTe A0 S neT, a
3,2 MIH BbDKMBLUMX WMMEKOT Ty WM WHYKO CTeNeHb WHBanugusauuu.
YacToTa BpOXAEHHbIX aHOManun koneobnetcs ot 2,7% Ao 16,3% B pasHblx
Nonynsaumnsax, B TO BPeMS KakKk COB6CTBEHHO XPOMOCOMHbIE aHOManuu,
CYMMapHO COCTaBnAaloT 1,5%»." B HacTosLiee BpeEMS AUCKYTabeNbHbIM
BOMNPOCOM SIBNSIETCA NpeHaTanbHasa AMarHoCTUKa, rae 0coboe BHUMaHMeE
yaensaeTcsa ynbTpa3ByKOBOMY MCCNeA0BaHUIO, @ B YaCTHOCTU BblAesieHNne
axorpamyecknx N OUOXMMUYECKUX NPEAUKTOPOB Ha pPaHHUX CpOKax
6epeEMEHHOCTM. B nocnegHue  ropgbl Hapsagy C  LUMPOKOM
pPacnpoCTPaHEHHOCTbIO TMOPOKOB pPasBUTMS MNoja M XPOMOCOMHbIX
aHoManui, YyBeNMYMBAETCA YacToTa MHBaNuAM3auMm U LOETCKOWN
CMEpPTHOCTMW.

B Mupe B HacToslliee BpeMsi OCHOBHbIM METOAOM MpeHaTalibHON
ANArHOCTUKM  XPOMOCOMHbBIX aHOMannin W  BPOXAEHHbIX MOPOKOB
ABNAETCA YNbTpa3BYKOBasA [MarHOCTMKA, OAHAKO He CMOTpsA Ha
paspaboTaHHble axorpadunyeckne mMapkepbl BCTpeYatoTCsl Cliyvaum JTI0XKHO
oTpuLaTeNbHbIX  pes3ynbTaToOB, KOTOpble  TPebyloT  MpoBefeHus
LOMOSIHUTENbHbIX  UCCNeAOBaHWW,  TaKMX  KakK  HEWHBA3WUbIHOIO
NpeHaTanbHOro Tecta U BUOXMMMUYECKOro CKpUHWUHra. CnepoBaTtesnibHoO,
nccnenoBaHus, HanpaB/ieHHble Ha 0606LLEHHOE N3YyYeHMEe 3TUX BOMPOCOB,
MNO3BOMAT 3aMETHO YAyylWuTb pesyfnbTaTbl paHHEN npeHaTasibHOM
ANarHOCTUKM  BPOXAEHHbIX TMOPOKOB pPasBUTUA U XPOMOCOMHbIX
aHoManumny nnopja.

PaHHAA  pgMarHoCTMKa  BPOXAEHHbIX MOPOKOB  pasBUTUA MU
XPOMOCOMHbIX aHOManuin y nnoja ABASeTcA O4HOWM M3 FNaBHbIX 3ajav,
HanpaBfieHHbIX Ha  peanua3auuio  MNPUOPUTETHbIX,  HarnpaB/eHUN
MOBbILWEHNS MELULUMHCKON KyNbTypbl B CEMbE, YKPEneHus 340pOBbs
XEHLUNH, POXAEHUA M BOCMUTAHMS  340POBOr0  MOKOJEHMS.
[OuccepTaunmoHHas paboTta aBnsetca ob6obwarowym  TpyaoM B
Pecnybnuke Y36ekuctaH B 3TOM HamnpaB/ieHUM WU  TMOCBsLLEHa
COBEpLUEHCTBOBAHUIO, pas3paboTKe W BHEOPEHUIO B  KIMHUYECKYHO
MNPaKTUKy MporpaMM paHHeN [WMarHOoCTUKU BPOXAEHHbIX MOPOKOB
pPasBUTUA U XPOMOCOMHbIX aHOManuMh y MJoja Ha PaHHUX CpoKax
6epeMeHHOCTMN.

B cucteme oTeyecTBEHHOroO 34paBOOXPAHEHNSA B HacCTosILLEee BPeMS
NPUHUMAKOTCA MacwTabHble LeneBble Mepbl MO COBEPLUEHCTBOBAHMIO
MPOrHO3NPOBAHNA W paHHEW AMArHOCTUKN BPOXAEHHbIX MOPOKOB

' BO3 uHhopmaLmoHHbIi Glonneterb «Primary health care approaches for prevention and control of
congenital and genetic disorders». URL: http://apps.who.int/iris/bitstream/10665/2293/1/B126_10-
en.pdf (naTa o6pauieHns — 15.05.2016).



pasBUTUA N XPOMOCOMHbIX aHoManum y nnoga MnyTeM nNpoBeLeHUs
MacCOBOro [AOPOAOBOro Y/ibTPa3BYKOBOro 0OOCAEAO0BaHUS >XEHLWMUH B
LLleHTpanbHbIX MHOroNpoduUbHbIX PanoHHbIX (FOPOACKMX) NONANKIMHUKAX
B nepBble Tpu Mecsiua 6epeMeHHOCTU. PeweHue paHHoOM npobriembl
TECHO CBfiI3aHO CO CTpaTernem QOEWCTBUA MO pas3sBuTuro Pecnybnuku
Y36eknctaH Ha 2017-2021r., HanpaB/IeHHON Ha NPUHATME KOMIMIEKCHbIX Mep
No «yKpenneHuto 340pOBbs CEMbM, OXpaHe MaTepuHCTBa W [ETCTBa,
pacLUMPEHNIO YCIyr MeAMLMHCKOW NOMOLLM AETAM N MaTepsM, OKasaHUo UM
cneynannsnpoBaHHON U BbICOKOTEXHONIOTMYHOM MEAULIMHCKOW MOMOLLN,
CHUXKEHUIO MIIAfIEHYECKON W [ETCKOM CMEpPTHOCTW»>. B CBA3W C 3TUM
Heo6Xo0aUMO NOAHATb Ha HOBbIN YPOBEHb OKa3aHWe MeAMLUMHCKON MOMOLLN
HaceNeHuto, B TOM 4ucie UccnefoBaHUin No yAyyleHU0 ANarHOCTUKK U
MPOrHO3MPOBAHUIO B NEPBOM TpUMECTpe OepeMeHHOCTH, MNyTeM
YyNbTPasBYKOBOIro, GBWOXMMNYECKOro CKpuHMHra n HAMT.

[aHHaa auccepTauMOHHas paboTa HarnpaBfieHa B TOM YMC/ie U Ha
pelleHne 3agad, BHeceHHbIx B Ykas Npea3ngeHTta Pecnybnmku YabekucraH
N2YT-60 oT 28 ganBapsa 2022 ropga «O cTpaTtermm passutnss Hosoro
Y3bekuctaHa Ha 2022-2026 ropapbl, [locTtaHoBneHusx [lpesngeHTa
Pecnyonukn Y3b6ekuctanH N2 TM-4513 ot 8 Hos6pa 2019 ropa «06
ynyylweHnm M paclUMpeHMM  KayecTBa  MEAULMHCKOW  romoLw,
OKa3biBaEMOW XXEHLUNHAM pernpoayKTUBHOIMO BO3pacTa, 6EepeMeHHbIM U
aetam» n NOlM-216 ot 25 anpena 2022 r. «06 ycuneHUM OXpaHbl
MaTepuHcTBa N getctea B 2022 - 2026 rogax» U Apyrux HOpMaTUBHbIX
NpaBoOBbIX AOKYMEHTaXx, CBA3aHHbIX C AaHHbIM HanpaBleHNneM

CooTBeTcTBME MUcCcCneaoBaHUA MPUOPUTETHbIM  HarnpaB/IEHUAM
pasBUTUA HayKuM U TexHonorumm Pecnybnuku YsbekucTtaH. [aHHoe
nccnefoBaHne BbINOSIHEHO B COOTBETCTBUM C  MPUOPUTETHbIMMU
HanpaBNeHUsAMM Pa3BUTUA HaAyKMn U TexHosormn pecny6numkun Vi
«MeaunumHa n dapmakonorus».

CTeneHb WU3y4EeHHOCTU npobnembl. HecMOTpss Ha 3HaunUTenbHble
AOCTMXEHNSA COBPEMEHHON MeLULMHbI, KOTOPble NO3BOJIN/IN YCTAaHOBUTb
CBSA3b MeXAay MopoKaMu pasBUTUA nnoga W TakuMu dakTopamu, Kak
reHeTu4yeckue, MHPEKLMOHHbIE U 3KOJIOrMYeckme, NpudnHbl 6onblue 50%
chlyyaeB aHOManun pasBUTUS OCTalOTCA HEBbIICHEHHbIMWU. bnaropaps
BHEAPEHNKD COBPEMEHHbLIX METOAO0B NpeHaTanbHOM AWarHOCTUKU B
KJIMHUYECKYIO MpPaKTUKYy, MosiBUIacb BO3MOXHOCTb CBOEBPEMEHHO
O6Hapy)XMBaTb MALWEHTOK C MOBbIWEHHbIM PUCKOM POXAEHUS OeTen c
XPOMOCOMHbIMW aHOMaNIMAMM N NopokamMu passntmd. C y4yeToM BbICOKOM
HeoHaTasIbHOM CMEPTHOCTH 7 MHBanNMpusauum, BbI3BaHHbIX
BPOXAEHHbIMM MNMOpPOKaMX pasBUTUA MNoJa, YCOBepLIEeHCTBOBaHME
npeHaTtasbHOM AOWArHOCTUKM HEU3MEHHO OCTaeTCs KJ/IIOYEBOM MU
NPUOPUTETHON 3agayen gnsa ux npodbunakTukn. OQHOM M3 KIKOYEBbIX

2 VYs6ekucToH Pecnybnukacy [MpeaupeHtuHudr 2017 tun 7 despangarn Md-4947-coH dapMoHn 6unaH
TacaukNaHraH «2017-2021 wunnappga Y36eKkUCTOH Pecny6nnkacvHM PUBOXIAHTUPULIHWMHT 6ewTa yCTyBOp
nyHanuwm 6ynnya Xapakartnap ctpaTernsacu».
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3ajad, HanpasJieHHbIX Ha ynyylleHne MeguLUMHCKON OCBEAOMITIEHHOCTU B
CeMbsIX, YKpernseHne 340pOBbS XXEHWWH n GopmMmnpoBaHue 340pOBOro
NOKOJIEHUS, ABMSIETCA PaHHASA AMAarHOCTMKa M npoduiakTuka rnopokosB
pasBuUTMA nnoga. 3aTpaTbl Ha JleYeHMe, peabunnTaumio U NOXXU3HEHHOE
cofep)XaHue nauMeHTOB C BPOXAEHHbIMU MNATOMOrMAMM KOOCasibHO
NpeBbIWAaT pacxogbl Ha MpeHaTasbHYyO AMarHOCTUKY, 4TO fenaer
npeaynpexaeHve poxaeHma peten ¢ BIMP u XA ogHOM M3 caMbiIX
aKTyaNnbHbIX NPO6SeM OTEYEeCTBEHHOIO 34paBOOXpaHeHus. HecMmoTps Ha
60/bLUOE KONIMYECTBO MNPEnJIOXKEHHbIX METOAOB AMArHOCTUKU MOPOKOB
pasBUTUSA NAOLa U XPOMOCOMHbIX aHOManum, o CUX Nop He Ccyw,ecTByeT
eQMHOro MHEHWs cpeau cneuvanucToB NO MNOBOAY Bblbopa Hambonee
9 (PeKTUBHON CTpaTermnu.

YnbTpasBykoBas AuarHOCTMKa MOPOKOB pa3BUTUA Mofa sBNAeTcH
oonee 3PPeKTUBHbIM U WHPOPMATUBHbIM BO BTOPOM TPUMECTpE
6epeMeHHOCTU. ITO CBA3AHO C TeM, YTO Ha 3TOM 3Tane 6epeMeHHOCTH
nnojg yXe AOCTaTOMHO KPYMHbIW, U OpraHbl U CUCTEMbl pa3BMBaKOTCH B
TaKon CTeMNeHu, YTO UX JIErKO MOXXHO BU3yanusmpoBaTb C nomMoubio Y3N.
Hanpumep, MOXHO OLeHUTb aHaTOMUIO cepAua, Noyek, roJIOBHOrO Mo3ra
N Opyrve BaXKHble CTPYKTYpbl. B TO BpeMs Kak Ha 60siee paHHUX CpoKax, B
NnepBOM TPUMECTPe, U3-3a MeHbLuero pasmepa rnjaoga W CIOXHOCTU B
WHTepnpeTaumm nM3o6paXKeHnin ynbTpasByKOBOE UCCnefoBaHue Tpebyer
6onee BbICOKOKBaIMPMUNPOBAHHbIX CMELNANINCTOB U  MPUMEHEHUS
AOMOSIHUTENbHbIX MeTofoB. Ha aTux cpokax BO3MOXHbl OLWWOKK B
WHTepnpeTaLmm 13-3a Manoro pasamepa aMb6pmMoHa 1 ero opraHoB, a Takxe
C/TIOXXHOCTEN B YCTAHOBJIEHUU TOYHbIX AAHHbIX ANA ANArHOCTUKM, TaKuX
Kak uamepeHunsa u nosunuma nnoga. OgHako Ha 6osee MO3AHUX CPoKax
BTOporo Tpumectpa Y3W nosBonseTr BbiiBUTb  GONbLUMHCTBO
BPOXAEHHbIX MOPOKOB PasBUTUSA, @ TaK)Xe NPOBOANTb MOHUTOPUHI pocTa
M pasBuTUA NNoAa, YTO CMOCOOCTBYET paHHEMY OOGHapY>XXeHUto
OTK/IOHEHU W KOPPeKuMn nnaHa BefeHuss bepemeHHocTU. Ocobyto
aKTyanbHOCTb NpeAcTaBnseT BbisiBNeHWe cuHapoma [LayHa (CL) —
Hanbonee pacnpocTpaHEHHOM XPOMOCOMHOW aHOMasnuu, KoTopasi 4acTo
CTAHOBWUTCA MPUYMHON CEepbe3HOM MWHBaNMOHOCTU B MOCTHaTa/IbHOM
nepuoge. O6ecrneyeHue MeaANKO-TeHEeTUYEeCKMX yupexxgeHum
COBPEMEHHDbIM [AMarHOCTUYECKMM O0O6O0OpYyAOBaHMEM U HEOOXOANUMbIMMU
KOMMJIEKTYIOWMUMHN  ONA  MPOBELEHUA MACCOBbIX W  CeNeKTUBHbIX
CKPUHUHIOBbIX UCCNefoBaHNM OCyLLecTBAAETCA Npu nogaepxke ¢oHaa
«CornoMm aBfiog Y4yH», B CcooTBeTCTBUM C [lpunoXxeHunem K
MNocTaHoBneHuto lNpesnpgeHta Pecnybnukn YsbekmuctaH ot 12.03.2013 r.
N2 1935. MakcumanbHas 9MOGdEKTUBHOCTb CKPUHUHIOBLIX MpPOrpamm,
OCHOBaHHbIX Ha CTaTUCTUYECKOM aHannms3e MHOXXeCTBa KOCBEHHbIX
NPU3HaKOB MaTosiorMM nnoja, AOCTUraeTca Mpu oxBaTe KakK MOXHO
6onblero 4yucna 6epeMeHHbIX. B cTpaHax € pas3BUTbIMU CUCTEMaMMU
34paBOOXpaHEeHNsA OCHOBHbIM METOAOM MpeHaTaslibHOM [AMarHOCTUKM
SIBNSAETCA  KOMOMHWPOBAHHbIA  CKPUHWHI,  KOTOpbIM  BK/OYaeT
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yNbTpa3BYKOBble MapKepbl NEPBOro TPUMECTPA, @ TaKXXe aHaNn3 ypoBHEN
CBOGOAHON CyObeAuHULbl XOPUOHMYECKOro roHagotponuHa (B-XMY) u
6enka PAPP-A B nepBom TpumecTpe, M anbda-petonpotenHa (ADM),
HeKoHbtormpoBaHHoro actpuona (E3) u B-X'Y Bo BTopoM TpumecTpe. ITu
MeTOZbl 3HayYMTeNIbHO MNOBbIWAKT YYBCTBUTENbHOCTb AWArHOCTUKWU U
CHW)KAKOT KOJSIMYECTBO JIOXKHOMOMOXUTENbHbIX pesdynbTaToB. OgHaKo, npu
deTonnaueHTapHOM HEAOCTAaTOYHOCTUN U APYrnX aKyLepCKMUX naTonormsx
YyBCTBUTENbHOCTb KOMOMHMPOBAHHOIO CKPUHUHIA MOXKET CHUXKATbCA N3-
332 N3MEHEHUs1 YPOBHSA OMOXMMMYECKMX MapKepoB. B Takmx cnyyasx
6onee 9MDEKTUBHLIMM CTAHOBATCA YNbTPasBYKOBble MapKepbl U
HeMHBasWBHbIA NpeHaTanbHbin  TecT (HMT), koTopbli, 6narogaps
BbICOKOW TOYHOCTW, OCOOEHHO B OTHOLUEHUM XPOMOCOMHbIX aHOMasun,
AIBNSIETCA HaAEeXXHOW anbTepHaTUBOM A TOYHOro M 6e3onacHoro
BbISIBJIEHUSI PUCKOB 6€3 pUCKa ANns MaTepu u pedbeHkKa.

CeAsb puccepTayMoOHHOrO uccnefgoBaHUA C MNlaHaMUM  Hay4vyHo-
uccnefoBaTeslbCKUX paboT BbiCLIEero o6pasoBaTesIbHOr0 yyYpexaeHus,
roe BbiNO/IHEHa AuccepTauusa. [IuccepTauMOHHOE WMcCcNefoBaHu e
BbIMOJIHEHO B paMKax MJjlaHa Hay4YHo-uccnegoBaTenbCKux paboT LieHTpa
pasBuTUsS NpodeccnoHanbHOM KBanmpmkaumm MeanumMHCKMX paboTHNKOB.

Llenb wuccnepoBaHuA: wn3yuntb 9PDEKTUBHOCTb AUArHOCTUKM
NOPOKOB pPasBUTUA U XPOMOCOMHbIX aHOManum nnaoga nyTem
NPUMEHEHUI KOMOWHMPOBAHHOIO YNbTPA3BYKOBOIrO M OGMOXMMUYECKOro
CKPWUHMHIra U HEMHBA3UBHOIO NpeHaTasibHOro TecTa.

3apayu uccnenosaHus:

onpeaenuTb yNbTpa3ByKOBbIe MPeAUKTOPbI XPOMOCOMHbIX aHOManum
nnoja M UX Co4YeTaHMe C BPOXAEHHbIMM MOPOKaMWU KakK MapKepbl
npeHaTasibHOM AMarHOCTMKM ANnsa paspaboTky CcTpaTerMm BeAeHus
6epeMeHHOCTY;

oueHnTb  9hGHEKTUBHOCTb  pa3paboTaHHbIX  Y/IbTPa3BYKOBbIX
KPUTEPUN KOPPErMpyeEMbIX U HEKOPPErnMpyeMbIX BPOXAEHHbIX MOPOKOB
pasBUTMS Mioja C Lesiblo 060CHOBAHOCTM MNpepbiBaHUs 6epeMeHHOCTH
Ha paHHMX CpoKax rectauuu;

paspaboTaTb MPOrHOCTUYECKUE Y/IbTPA3BYKOBblE U OMOXMMMUYECKME
MapKepbl KOppernpyemMbix BPOXXAEHHbIX MOPOKOB pasBUTUA NI0AA;

paspaboTtatb  TaKTUKy M CTpaTerMio  MPOJIOTHUrOpOBaHUSA
6epeMEeHHOCTM NpPU KOppernpyemMbliX BPOXAEHHbIX MOPOKaX pPasBUTUS
nnopja.

O6beKToOM  uccnenoBaHUA: aHanuM3  AaHHbIX  KOMMJIEKCHOMO
obcnefoBaHns 256 6epeMeHHbIX XXEHLLUUH C BbICOKMM PUCKOM POXAEHUS
C XPOMOCOMHbIMM aHOManIMaAMM U MNOPOKaAMW pasBUMTUA M0AQ,
NpuULLeALLINX Ha CKPUHUHI 06cneaoBaHne B N1aHOBOM NoOpsigKe.

MpeoMeT uccnepoBaHUn: 6epeMeHHble XXeHLWKHbI B | 1 || TpumecTpax
6epeMeHHOCTU, Nepudepuryeckast KpoBb.

MeToabl uccnepoBaHUA: B AucCcepTaLMOHHOM paboTe UCMOSIb30BaHbI
ybTpa3BYKOBbIE, 6uomMeTpus, dbeTomeTpus, AonnnepomeTpus,
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6uoxmMmyeckue metoabl ¢ onpeaenednem PAPP-A, AFP, B-XI'Y u HUMMT.

HayyHas HoBU3Ha AauccepTaulMOHHOro UCCNefoBaHUA 3aksro4vaeTcs
B CNefyroLmnX:

060CHOBaHbI yNbTPa3BYKOBble NpeauKTopbl BbiaBneHnsa XA, BIP un
MX coyeTaHue y nsoga npu npeHaTtasibHOM CKpUHUHre B 11+0-+13+6
Hefenb 6epeMeHHOCTU C yYeToM ux crneumdpuyHoctn (XA — 85,6%-98,5%;
BMP — 85,6% - 90,3% u BMP+XA — 91,3%-65,2%), KOTOpble ynydllatoT
pPaHo0 AMarHOCTUKY AaHHbIX NaToNIorMn B 2,5 pasa;

C yuyeToM ynbTpa3BykoBbix (TBI cBbiwe 95 npoueHTnnn; KTP Hxe 5
NPOLEHTUIN;, HOCOBaA KOCTb HWXe S npoueHtunnm u [N BeHO3HOro
NpoToKa CBbllwe 95 npoueHTUNK; TpUKypcnuganbHasi peryprutauus) u
6unoxmmmuyeckux (PAPP-A - 0,35+0,02 MoM (0,2-0,5); XI'Y — 2,75+0,1 MoM
(2 - 3,5MoM) npeguMKTOpPOB XPOMOCOMHbIX aHOManui nnoga U UX
coyeTaHMe C BPOXAEHHbIMW MOpPOKaMu Npu 1 CKpUHMHre paspaboTaHa
cTpaterusi BeAeHUss GEpPeMEeHHOCTW, KOTOpasi CrOoCOOGCTBYET MPUHATUIO
a[leKBaTHOro peLleHns MPOSZIOHrMPoOBaHNUS 6epeMEHHOCTH, B LIEIOM 3TH
MapKepbl MO3BOJINIIN MOBbICUTb YYBCTBUTENIbHOCTb CKPUHWUHIOBOIO TecTa
Ha 90%, ynydWwuTb TMPOrHO3MpoBaHME BO3MOXHbIX OTK/IOHEHUA B
pasBUTUK NN0Aa,;

JlaHbl MPOrHOCTMYECKNE YNbTpa3ByKOBble (BEHTpUKynomMeranusa >95
NpoOUeHTUNb, [ABYXCTOPOHUM  MHOXXECTBEHble KWUCTbl COCYyAUCTOro
cnneteHus cebiwe 10 MM; yBennyeHne LLEMHOW CKNafKu CBbile 6 MM;
rMnepaxoreHbin oKyc B 06M1aCTU MpPaBOro >XXenygoyka cepgua >2 M,
OBYXCTOPOHSIA  MWeNoaKTasusa >7 MM) Mapkepbl 2 CKPWHWHra
XPOMOCOMHbIX aHOManun, a TaK XXe TMpeauKTOpbl KOoppervpyemblx
BPOXAEHHbIX NMOPOKOB pa3BMTUA nnoga (BeHTpuKynomeranus, aedekTbl
nnua, BPOXAEHHble MOPOKKU cepaua, guUcreHesns MO30JINCTOrO Tena,
CUHAAKTUNNA, KNUHOLAKTUNNA, aHOManuu pas3Butna XXKT, ymepeHHbIn
rmapoHedpos), KoTopble UMEIT crneundryHOCTb U YyBCTBUTENBbHOCTb —
87,8% n 92,3% cOOTBETCTBEHHO;

paspaboTaHbl anropuTMbl M CTpaTernss  MpOJZIOTHUrOpPOBaHUSA
6epeMEHHOCTM C YYETOM YJIbTPa3BYKOBOro, BUOXMMUYECKOrO CKPUHUHIA
M HEeWHBA3MBHOIO MpeHaTasibHOrO TecTa MOPOKOB pasBUTUA Mojda U
XPOMOCOMHbIX aHOMasun.

[MpakTuyeckne pesynbTaTbl WUCCNeAOBaHUA  3aK/a4arTCA B
cnenyroLwmx:

0O0CHOBaHa  KnMHM4Yeckas  3(Q@EeKTUBHOCTb  pa3paboTaHHbIX
YNbTPasBYKOBbIX W  J1abOpPaTOPHbIX MPEAUKTOPOB  XPOMOCOMHBbIX
aHOManunm nnoga M WUX COoYeTaHMe C BPOXAEHHbIMM MOPOKaMWU Kak
MapKepoB TrpeHaTasibHON [WarHOCTUKU MO3BOJIUT CBOEBPEMEHHO UX
AVarHoctupoBaTtb M MPUHATb ajeKBaTHOe pelleHne MNPOSIOHIMpPOBaHUA
6epeMEHHOCTWY;

060CHOBaHa M BHeApeHa TaKTUKa MU cTpaTerns nposiorHUropoBaHms
6epEMEHHOCTN C YyY4ETOM YNbTPasBYKOBOIro, 6BUOXMMUYECKOrO CKPUHUHIA
M HEeWMHBA3MBHOIO MpeHaTasibHOrO TecTa MOPOKOB pasBUTUA MNojda WU
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XPOMOCOMHbIX aHOMasnum.

JocToBepHOCTb pes3ynbTaToB nuccnepoBaHus 060CHOBaHa
NpaBUJIbHOCTbIO TEOpeTUYeCcKMUX MnoAXoLOB U MEeTO[O0B MNpoBefeHHbIX
nccnefoBaHuM, AOCTAaTOYHbIM KOJIMYECTBOM MauMeHTOB, NMPUMEHEHUEM
YNbTPasBYKOBbIX, = OUMOXMMWYECKUX U  CTAaTUCTUYECKUX  METOAOB
nccnefoBaHnsl, 06PaAbOTAHHOCTbKD  BCeX  UMGDPOBbLIX  [aHHbIX C
MCNOJNIb30BaHNEM COBPEMEHHbIX KOMMbIOTEPHbIX TEXHONIOMMIK, a TakKXe
CpaBHEHNEM pe3y/ibTaToOB UCCIe0BaHUA C NOKa3aTessiMu 3apybeXXHbIX 1
OTeYeCTBEHHbIX UCCNefOoBaHUW, WUCNOMIb30BaHNMEM  CTATUCTUYECKUX
MeToA0B, a TakKXe TMNOoATBEPXAEHMEM TOJIy4YeHHbIX pe3ynbTaToB
KOMMETEHTHbIMW OpraHamMmu.

Hay4yHas u npakTMyeckas 3Ha4YMMOCTb pe3ynibTaToB UccnefoBaHus.

Hay4Haa 3HauYMMOCTb NOJTy4YeHHbIX pe3yNbTaToOB 3aK/H04YaeTCcs B TOM,
4yTO BrepBble 060CHOBaHa 3PHEKTUBHOCTb KOMMIEKCHOrO MPUMEHEHUS
Yy/IbTPa3BYKOBbIX, OUOXMMWUYECKMX W HEWHBA3UBHbIX MpeHaTaNbHbIX
MeTOLOB [AWarHOCTUKM [AJ1 BbIABMIEHUA XPOMOCOMHbIX aHoManun u
BPOXXAEHHbIX MOPOKOB pas3BuUTUA nnopga. lMccnepoBaHune paclinpsaer
HayyHble npeAcTaB/ieHUMA O NpeHaTasibHbIX MapKepax, npeaukropax U
KpUTepuax, nossonswowmx audpdepeHumMpoBatb Koppernpyembole wu
HeKoppermpyemMble NMOPOKN pPa3BUTUS Ha PaHHUX CPOKax GEPEMEHHOCTMW.
[NlonyyeHHble pe3ynbTaTbl BHOCAT BK/ag B COBEpLUEHCTBOBAHME Hay4YHO-
MeToAMYeCKMX MNOAXOAO0B K paHHeMy BbIAB/IEHUIO NaToNoOruMm WU
NepCcoHann3npoBaHHOMY BeAEHUIO 6epEMEHHOCTUN BbICOKOIO p1cKa.

[NpakTnyeckaa 3HaYMMOCTb UCCMe0oBaHUA 3aK/Ito4aeTCca B TOM, UYTO
paspaboTaHHble AMAarHOCTUYECKME anropuTMbl U KPUTEPUM Ha OCHOBE
Yy/IbTPa3BYKOBbIX, OUOXMMWUYECKMX W HEWHBA3UBHbIX MpeHaTaNbHbIX
AaHHbIX MOTyT 6bITb BHEAPEHbI B MOBCEAHEBHYO KIIMHUYECKYHO MPaKTUKY
cneuManucToB aKyLepCcKO-TMHEKONOrMyeckoro npodunsa, Bpaden Y3-
ANWarHOCTUKU U MeOMLUMHCKUX TeHeTUKOB. 3TO MNO3BOJSIUT MOBbICUTb
TOYHOCTb U CBOEBPEMEHHOCTb AMArHOCTUKKN, 06OCHOBAHHO NOAXOAUTb K
peLleHno BONpoca O NPOSIOHIMPOBAHUMN UK NpepbiBaHUN GEPEMEHHOCTH,
a Takke ONTUMU3MPOBATb TaKTUKY BefeHUA 6epeMeHHbIX C
BbIAB/IEHHbIMU aHOManuMAMMU MNaoaa, ynyywlas KayectBo nepuHatanbHOWU
MOMOLLM M CHMXXAs PUCK HEBNAronpuATHbIX UCXOO0B.

BHegpeHue pesynbTaTOB UCCnefoBaHUA: Ha OCHOBE MOJIyYeHHbIX
Hay4HbIX pe3ynbTaToB yCcOBepLUEeHCTBOBaHbI MeToAbl
My/fibTUNapaMeTpUYecKoro  YynbTpa3BYKOBOIMO  CKPUHWHra  MOPOKOB
pa3BUTUA Naofa coveTaroWmMxXCa C XPOMOCOMHbIMW aHOMaNUAMMU:

rnepBasi  HayyHas - HOBM3H&. OOOCHOBaHbl  Y/bTPa3BYKOBbIE
npeaukTopbl BbiaBneHusa XA, BINP u wux coyetaHne y nsioga npwu
npeHaTasnbHOM CKpuHUHre B 11+0-+13+6 Hepgenb 6epeMeHHOCTH C Y4ETOM
nx cneumduyHocTun (XA — 85,6%-98,5%; BIMP — 85,6% - 90,3% n BIMP+XA -
91,3%-65,2%), KOTOpble YNyyllalT PaH  AMArHOCTUKY  AaHHbIX
natonormm B 2,5 pasa W BKJ/KYEHbl B copepXXaHne MeToaunyecKowu
peKkoMeHaaunm, yTeepXXaeHHon LleHTpoM pasBuTus npodeccnoHasnbHOM
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KBanupumkaunm MeamuMHCKUX paboTHMKOB OT 26.023.2025 ropga N248
«ANropuTtM rnpeHaTasbHON AMarHOCTUKW MOPOKOB pasBUTUA naoja u
XPOMOCOMHbIX aHOManun». [laHHoe npeasfioXXeHne BHeLPEeHO B MpaKTUKy
npukasamum  Pecny6/MKaHCKMMM  Cneunann3vpoBaHHbIMU  Hay4yHO-
NpaKTUYECKUMUN MEAULMHCKUMU LLIEHTPOMU 340POBbA MaTepu U pebeHka
Xopeamckoi obnactu (npukas N268-1 ot 05 mas 2025 roaa) un Pecnybnuku
KapakannakuctaH (npukas N2109-P oT 19 mapTa 2025 rona). CoymasnbHas
3(ppeKTUBHOCTb HayYHOM HOBU3HbI. NONydYeHHble JaHHbIe CMOCOOGCTBYHOT
NPOBEAEHUIO CBOEBPEMEHHOW AMArHOCTUKU U MPUHATUA afeKBaTHOCTU
peLLeHus NPOSIOHINPOBaHMUA 6epeMEeHHOCTM. 9KoHoMmnyeckas
3(ppeKTUBHOCTb Hay4YHON HOBU3HbI. 3KOHOMUSA 3aTpaT As rocyfapcTBa
3a 12 MecsueB Ha 1 pebeHKa NpuM UCNONb30BAHUM NPEASIOXXEHHOrO
anroputMa 6yget coctaBnsATb — 6 256 325 cym, T.e. COKpaTMTCA BbInsaTa
nocobuin nNo yxogy W WHBANUMAHOCTU. 3akK/IloYeHne. 06OCHOBaHa
KNMHMYeckaa 9¢@PeKTUBHOCTb pa3paboTaHHbIX YNbTPasBYKOBbIX W
NnabopaTopHbIX MNPEeAMKTOPOB XPOMOCOMHbIX aHOManun nnoga W ux
coyeTaHue C BPOXAEHHbIMW MOPOKaMM KaK MapKepoB rpeHaTanbHOM
ANArHOCTUKMK, KOTOpble YyNyywarwT paHK  AWarHOCTUKY  [aHHbIX
naTosiornm B 2,5 pasa.

BTOpasi Hay4yHasi HOBU3Ha. C y4eToM ynbTpa3BykoBbIx (TBI1 cBbiwe 95
npoueHTunn; KTP HWXXe S nNpoueHTUNn; HocoBas KOCTb HMXKe S
npoueHtin M MM BeHO3HOro npoToka cBbiwe 95 npoueHTUN;
TPUKypcnuganoHaa peryprutaumst) wn  6uoxmmudeckmnx (PAPP-A -
0,35+0,02 MoM (0,2-0,5); XI'4 — 2,75+0,1 MoM (2 - 3,5MoM) npeaukTopoB
XPOMOCOMHbIX aHOManuu nnaoga M UX CoYeTaHMe C BPOXAEHHbIMU
nopokamu npu 1 CKPWUHUHIE, KOTOpble BKJIKOYEHbI B cofep)XaHue
MeTOANYECKON peKoMeHAauun, yTBepXXAeHHOW LleHTpoM pasBuTus
npodeccnoHanbHOM KBanndbukauum MepguUUHCKUX paboTHUKOB OT
26.023.2025 roga N248 «Anroput™m npeHartanbHOW ANArHOCTUKU NMOPOKOB
pasBUTUA MJioga WU XPOMOCOMHbIX aHoManun». [laHHOoe npepnoXxeHue
BHeZpeHO B NpaKTUKy npukasamu Pecnyb6nmkaHCcKnmMu
cneunanns3npoBaHHbIMHU Hay4YHO-NPaKTUYECKNMMU MeOULMHCKUMNU
LLEHTPOMW 340pOBbsi MaTepu U pebeHka XopeaMckow ob6nactu (npukas
N268-I ot 05 masa 2025 roga) n Pecny6nukm KapakannakuctaH (npukas
N2109-P o1 19 mapTta 2025 roga). CoynanbHas a@p@eKTMBHOCTb Hay4HOH
HOBM3HbI. paspaboTaHa cTpaTernsa BefAeHWs 6epeMeHHOCTH, KoTopas
CNOCO6CTBYET MNPUHATUIO a[EeKBATHOrO peleHnsa MPOSIOHIMPOBaHMS
OEepeMEeHHOCTM, B LeNOM 3TM Mapkepbl MNO3BOAUAM  MOBbICUTb
YYBCTBUTENIbHOCTb  CKPUHMHroBoro Tecta Ha 90%, ynyywuTb
NPOrHO3MpPOBaHME BO3MOXHbIX OTKJIOHEHMA B pasBUTMM Nnoja.
OKOHOMuyeckasa 3aQPPeKTUBHOCTb HayYHOW HOBU3HbI. TOBbILIEHME
9¢bhEeKTMBHOCTN npeHaTasibHOM ANArHOCTUKM CMOCOOCTBYET CHUXXEHMUIO
KOCBEHHbIX 3aTpaT, CBA3aHHbIX C COLMaibHbIMU BbirlaTamMu, NOCOOUSMM
MO BPEMEHHOM HETPYAOCNOCOOHOCTU pOAUTENEN, YXaXUBAMOLWMNX 3a
AEeTbMU-UHBaNMAAMM, a TakXKe pacxofamMu Ha peabunutaumto, obyvyeHume u
apanTaumio getem C BPOXAEHHbIMWU MOPOKaMW U  XPOMOCOMHbIMU
aHOManuMaMu. 3KOHOMMA 3aTpaT And rocygapcrea 3a 12 mecsueB Ha 1
pebeHKka O6yaeT cocTaBnATb — 6256 325 cyM. 3ak/iroyeHue. yyeT npwm
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NEePBOM CKPUHWHIEe YNbTPasBYKOBbIX U OGUOXMMMUYECKUX NPEenUKTOpPOB
XPOMOCOMHbIX aHOManun nnoja M WX co4vyeTaHne C BPOXAEHHbIMMU
NopoKaMun CnocoobCcTByeT pa3paboTKe CTpaTernn BeaeHns 6epeMeHHOCTH
M MOBbILAET YyBCTBUTE/IbHOCTb CKPMHUHIOBOro Tecta Ha 90%.

TPETbSA HayYyHass HOBU3HA. AaHbl NPOrHOCTUYECKUE YNbTpa3ByKOBbIE
(BeHTpuKynomeranus >95 npoueHTUNb, ABYXCTOPOHUM MHOXECTBEHble
KUCTbl COCYAUCTOro cnseteHus csbiwe 10 MM; yBenuMyeHue LWeENHOU
CKMafgKu cCBbllwe 6 MM; runepaxoreHblin ¢okyc B 06ractm MNpaBoro
Xenyaouka cepaua >2 MM; ABYXCTOPOHSAS NUeNoaKTasns >7 MM) MapKepbl
2 CKPUHMHra XpPOMOCOMHbIX aHOManun, a TaK >XXe npeaukTopbl
KOppermpyemMblix BPOXXAEHHbIX NOPOKOB pasBUTUS nnopa
(BeHTpuKynomeranus, pedekTbl NMUa, BPOXAEHHble MOPOKU Ccepaua,
ANCTeHe3ns  MO30JIUCTOrO  Tena, CUHOAKTUAUSA,  KIIMHOAAKTUIUS,
aHomanuu pasutua XKKT, yMepeHHblh ruapoHedpos), KoTopble
BKJIHOUYEHbI B COAEpXXaHNe MeTOANYECKON peKoMeHaaumn, yTBEPXKAEHHOM
LleHTpoM pasBuTtus npodeccuoHanbHON KBanudukaunm MepuumuHCKUX
paboTHUKoB oOT 26.023.2025 roma N248 «Anroput™M npeHaTasnbHON
ANArHOCTUKM TMOPOKOB PasBUTUA MAofa U XPOMOCOMHbIX aHOoMasnny.
[aHHOoe  npepsioxXeHMe  BHeAPEHO B TMpaKTUKy  MNpuKasamMu
Pecnyb6iMKaHCKMMKU  cNeunanmMsnpoBaHHbIMU  HayYHO-MPaKTUYECKNMHU
MeAULNHCKMMM LEHTPOMU 340pPOBbs MaTepu M pebeHKa XOope3MCKOM
obnactu (npukas N9268-1 ot 05 mas 2025 roga) u Pecny6nuku
KapakannakuctaH (npukas N2109-P ot 19 mapTa 2025 rona). CoynasibHasi
3(peKTUBHOCTL HayYHOW HOBMU3HbI. YCTAHOBNIEHHble MapKepbl 2
CKPUHMHIa XPOMOCOMHbIX aHoOManun, a TaK e nNpeaukTopbl
KOppernpyemMblix BPOXAEHHbIX MOPOKOB pasBUTUA rMofa Mno3BOUU
yNy4dlWnTb NPOrHO3MpoBaHMe BO3MOXHbIX OTKJIOHEHWUI B pa3BUTUN NN0Aa,
KOTOpble MMET crneundunyHoCcTb U YyBCTBUTENbHOCTL — 87,8% 1 92,3%
COOTBETCTBEHHO. OKOHOMMYecKasi 3(PeKTUBHOCTb HayYHOHW HOBU3HDI.
noBblweHne 3 PeKTUBHOCTU NpeHaTalbHON AMAarHOCTUKM CNOCO6CTBYET
CHW)XKEHUIO KOCBEHHbIX 3aTpaT, CBA3aHHbIX C couManbHbIMU BbiMiaTamu,
nocobuasMm N0  BPEMEHHOW  HETPYAOCMNOCOOGHOCTU  POAUTENEN,
yXaumBarwowmx 3a JAeTbMU-MHBaNMpamMu, a TaKXe pacxofaMum Ha
peabunutaumio, obyyeHue M aganTauuro AeTel C  BPOXAEHHbIMM
NOpOKaMn U XPOMOCOMHbIMW aHOMannAMKU. IKOHOMUSA 3aTpaT Ansd
rocyaapctBa 3a 12 mecsueB Ha 1 pebeHka 6yaeT coctaBnaTb — 6 256 325
CYM. 3ak/iro4eHue. yyeT npu BTOPOM CKPUHWHIE YNbTPas3BYKOBbIX U
OUOXMMUNYECKUX MPEAUKTOPOB XPOMOCOMHbIX aHOManuMih niaoga M ux
coyeTaHne C BpPOXAEHHbIMW MNOpPoOKaMM CnocobCcTByeT paspaboTke
cTpaTtermm BefeHuUss 6epeMeHHOCTU, C BKJIKOYEHUMEM OHOCHOBAHHOCTM
nposeneHuna HATIT.

yeTrBepTas Hay4YHasi HOBM3Ha. pa3paboTaHbl anropnuTMbl U CcTpaTerns
MNPOSIOTHUIOPOBAHUA  GEPEMEHHOCTM C  YYEeTOM  YNbTPasBYKOBOrO,
ONOXMMMYECKOTO CKPWHUHIa U HEMHBA3MBHOIrO MNpeHaTasibHOro TecTa
NMOPOKOB pasBUTUSA MJoga UM XPOMOCOMHbIX aHOManuu, KoTopble
BKJIHOUYEHbI B COAEpXXaHNe MeTOANYECKON peKoMeHaaumn, YyTBEPXKAEHHOM
LleHTpoM pasBuTus npodeccuoHanbHON KBanudukaunm MepuumuHCKUX
paboTHUKOB oOT 26.023.2025 ropa N248 «Anroput™M npeHaTasnbHON
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ANArHOCTUKM MOPOKOB PasBUTUA MNofa U XPOMOCOMHbIX aHOMasnny.
[aHHoe  npepsioxXeHMe  BHEAPEHO B MpaKTUKYy  MNpuKasamu
PecnybnvkaHCKMMM  cneunannampoBaHHbIMU  HayYHO-NPaKTUYECKUMMU
MeAMLUNHCKMMM LEHTPOMU 340POBbs MaTepu M pedbeHka XOope3MCKOM
obnactn (npukas N268-I ot 05 mas 2025 roga) u Pecnybnuku
KapakannakuctaH (npukas N2109-P ot 19 mapTta 2025 roana). CoymanbHas
3(ppeKTUBHOCTL  Hay4yHOW  HOBMU3HbI. 0OOCHOBaHa  KJIMHMYeCKas
9¢hPEeKTUBHOCTb YNbTPA3BYKOBbIX W flabopaTOPHbIX NPEAUKTOPOB B
paHHEM BbISIBIEHUN XPOMOCOMHbIX @aHOMaJsIi, BPOXAEHHbIX NMOPOKOB Y
nnoga W WX CcovYeTaHue CHAYXUT ANs  CBOEBPEMEHHOW  OLEHKMU
OEPEMEHHOCTM U MPUHATUS MPaBWbHOMO peLleHnss B KayecTBe
HaZeXHbIX MapKepoB MpW MpeHaTaNbHON puarHoctuke. PaspaboTaH u
BHeZpeH B NpPakTUKy  TaKTUKO-CTpaTernyeckum noaxon, K
NPOJIOHITMPOBAHUIO 6epeMeHHOCTH C y4yeToM pesysibTaToB
yNbTPasByKOBOro, OUOXMMWYECKOTO CKPUHWHIA W  HEUHBA3MBHOIO
NpeHaTasibHOro TECTUPOBAHUA C LieSIbiO BbISIBIEHUS NMOPOKOB pPa3BUTUSA
nnoga U XPOMOCOMHbIX aHOManun. IKOHOMUYecKasi aQP@PeKTUBHOCTb
Hay4YHo  HOBM3HbI. noBblweHne 3DDEKTUBHOCTU MNpeHaTasibHOM
ANArHOCTMKM CNOCOBCTBYET CHUXEHUIO KOCBEHHbIX 3aTpaT, CBA3aHHbIX C
coumanbHbIMK BblnaiaTamu, nocobusamm no BpeMEHHOM
HETPYAOCMOCOOHOCTU  POAMTENEN,  yXaXuBaroWux 3a  [eTbMu-
MHBanNMAaMn, a TaKXe pacxogaMmm Ha peabunutaumio, obyyeHue w
apantauyuio getem C BPOXAEHHbIMW MOPOKaMU U XPOMOCOMHbIMU
aHOManuAMKU. AKOHOMMA 3aTpaTt AJis rocygapcrea 3a 12 MmecaueB Ha 1
pebeHka 6ygeT cocTaBnatb - 6256325 cym. 3aksrodyerue:
ncnosib3oBaHue paspaboTaHbIX anropuTMoB n cTpaTermu
NPONOrHUropoBaHUst 6EpPEMEHHOCTM C  YYeTOM  YNbTPasBYKOBOrO,
OUOXMMNYECKOTO CKPUHUHIAa U HEMHBA3MBHOMO MpeHaTasibHOro TecTa
NOPOKOB pPasBUTUA NaoJa U XPOMOCOMHbIX aHOMasnuin, npegoTepalatoT
HeOB60CHOBAaHHbIE NMpepbiBaHNA 6€PEMEHHOCTN U 3HAUYNTENIbHO SKOHOMSAT
6r00)KETHbIE pacxobl B CUCTEME 3[paBOOXPaHEHMS 3a CYET COKpaLLeHus
KOJSiMyecTBa MHBA3MBHbIX MeAULUMHCKUX BMeLlaTeNbCTB.

Anpob6auus pesynbTaToB MUCcCneAoBaHUA. PesynbTaTbl AaHHOro
nccnepoBaHnsa OblnnM OBCYXAEHbI Ha S5 MeXAYHApOAHbIX Hay4yHo-
NPaKTUYECKUX KOHPEepeHLMSIX.

Ony6nMKoBaHHOCTb pe3ynbTaTOB UCCnefoBaHus. o mMaTepuanam
AnccepTaumMoHHOM paboTbl ONy6/IMKOBaHbl 12 Hay4HbIX paboT, U3 HUX 6
cTaTel - B Hay4HbIX uM3JaHMAX, pekoMeHpoBaHHbIx BAK PY3s pgnsa
nyénnkKaumm, B TOM Yncrne 4 B MeXXayHapoaHbIX.

CTpykTypa M 06beM paucceptauuu. [ucceptaums COCTOUT U3
BBeAEHUA, 4eTbipex rnaB, 3akJIloYeHUs, Cnucka WCNosib30BaHHOM
nutepatypbl. O6bEM guccepTaunm coctaBnseT 120 cTpaHuuy.

OCHOBHOE COAEPXAHWE AUCCEPTALIUA

Bo BBeseHUM o60CHOBaHa aKTyaslbHOCTb UM BOCTPe6OBAHHOCTb
NPOBEAEHHOrO WCCMeA0oBaHUsA, OTpPaXKeHbl LUenb W 3ajaun, AaHbl
XapaKTepUCTUKU 06beKTy n npeamMeTty nccnenoBaHus,
NPOAEMOHCTPMPOBAHO  COOTBETCTBME  AWCCEPTALMOHHOM  paboTbl
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NPUOPUTETHbIM  HaMpaB/ieHUAM  pPasBUTUA HayKM U TEXHOJIOMMu
Pecny6nuku, nanaratotcs HayyHast HOBM3Ha M NpaKTU4eckue pesynbTaThbl
nccnepoBaHusi, 060CHOBaHa AOCTOBEPHOCTb MOJIyYeHHbIX pe3yNnbTaToB,
pacKpbiBalOTCA WX HayyHas W [MpakTuyeckas 3HA4YMMOCTb, CIMMUCOK
BHeApeHNNW B MpaKTUKy pesynbTaTOB WCCNefoBaHWUA, CBefeHUA Mo
ony6sMKOBaHHbIM paboTaM U CTPYKTYpe AuccepTaunu.

B nepBon rnase pgucceptauun, «CoBpeMeHHble MeToAbl
npeHaTasibHOro CKpMHUHra nopokKoB pasBUTUA MJiofa U XPOMOCOMHbIX
aHoManuin (0630p nuUTepaTypbl)», nNpeAcTaBfieH 0630p  AaHHbIX
3apy6eXXHOM M OTEYECTBEHHOM NUTepaTypbl C aHaJIM30M COBPEMEHHbIX
npeAcTaBNeHUn O KOMOWHMPOBAHHOM MoaxoAe K WCMNOSb30BaHULIO
YyNbTPa3BYKOBbIX MapKepoB, GMOXMMUYECKOro ckpuHuHra u HUMT ana
AWarHOCTUKM  MOPOKOB  pa3BMTMS M pas3paboTkM  cTpaTeruu
NponaHrmpoBaHnss 6epeMeHHOCTU. PedynbTaTbl NPOBEAEHHOrO0 aHanusa
0O60OCHOBaNM aKTyanbHOCTb, Lenb U 3ajayn uccnepoBaHus. B pestome
Aenaetcs 3aKJIl0YeHune 06 aKTyasrlbHOCTH npoJslaHrMpoBaHUs
6epeMeHHOCTM NPU BPOXAEHHbIX NOPOKax Naoha U COBEPLUEHCTBOBAHNK
npoBefeHnss  obcnepoBaHNA  6EpeMEHHbIX € MCMNOJSIb30BaHMEM
KOMOGWHUPOBAHHOIO CKPUHUHIA.

Bo BTopoi rnaBe auccepTauumn, «O6lias XapaKTepucTuKa
KJIMHUYeCKOro mMartepvana WU MeTO[OB WUCCNefloBaHUSA» OMucaHbl
XapaKTEPUCTUKN BGEepeMEHHbIX, BKJ/IIOYEHHbIX B UCCnefoBaHWe U
MMELWNX BbICOKMA PUCK POXAEHUSA f[eTe C  XPOMOCOMHbIMMU
aHOManMaMu 1 nopokamu passutTna nnoga. llpuBeaeHbl pesynbTaThbl
KOMMIEKCHOrO  UCCNefoBaHUA:  KJIMHMYECKOro, NlabopaTopHOro C
MCNONb30BaHNEM COBPEMEHHbIX TeXHONOrMn. B gaHHOW rnaBe n3noxeHa
MHdopMaums 06 O6LMX XapaKTEPUCTUMKaX WU3yYaeMblX 6epeMeHHbIX, a
Tak)xe 0 MeTofax, UCMOJIb30BaHHbIX B UCCNef0BaHUN.

HacTosiliee wuccnegoBaHMe OCHOBAaHO Ha KOMOMHMPOBaHHOM
CKPUHUHre: yNbTpasByKOBOM, 6uoxumuyeckom u HUIMT unccnepoBaHum
256 6epeMeHHbIX, NPOXoAUBLUMX obcnegoBaHue B PecnybnnkaHCKOM
LeHTpe «CKpMHUHI MaTepu 1 pebeHka» B nepuopg ¢ 2022 no 2024 ropa.

Kputepnn otbopa 6epemeHHbix B uccregoBaHne: GhepTUNbHbIN
Bo3pacT (18-49 net), 11+0-13+6 (1 TpumecTp) n 16+6-20+0 (2 TpumecTp)
CpoKM rectauun, Hanuume BIMP mn XA, npoBegeHune 6MOXMMUYECKOrO
CKPWHWHra, nokasaHusa ana HUIMT.

Kputepun nckiroyeHns: BospacT mnague 18 net n crtapuwe 49 ner,
CpOK rectaumm Bbiwe 20+6, oTKaz OT OGMOXMMMUYECKOrO CKPUHWUHIa U
HUMT.

B paHHOM paboTe NpoBOAMIM  KOMMNEKCHOE  KJIMHUYECKO-
dyHKUMOHanNbHoe, yNbTPa3BYKOBOE, labopaTOpHOe 06cnefoBaHme, BCEro
npoBefeHo 832 uccnenoBaHusi, 6epeMeHHbIM MPOBOAMAN ABYX KpaTHO
yNbTPasByKOBOM W  OOHOKPATHO OUOXMMWUYECKUN  CKPUHUHI 512
(beTomeTpuuecknx u gonnaepoMeTpuyeckux), 256 6uoxmmMuyeckune
nccneposaHunsa n 64 HAMT. B rpynny Bownu 6epemMeHHble oT 18 o 44 net
N cpepHuin BO3pacT 6epeMeHHbIx coctaBun 31,2+1,2 ner.

OnuncaHa TexHonorna KomnaekcHoro Y3U  6epeMeHHbIX C
BKJIIOYEHMEM CEpOLLKanbHOro, ponnaeporpapuyeckoro M 06bEMHOro
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pexxumoB. Y3u nccnepgoBaHne npoBoguMnm Ha annapate «Voluson P-6»
NPOn3BOACTBO ABCTPUS, 06bEMHbBIM gaTynkom C-1-5-D.

NpM OGUOXMMUYECKOM CKPUHWHIE aHanM3npoBanu YpoBeHb OeTa-
XOPUOHMYECKUI roHagoTponuH (6eta-XIMY), NnpoTenH, accounMmpoBaHHbI
c 6epeMeHHoCTbIo - A (PAPP-A) 1 anbda-petonpotenH (ADI).

HUMT ocHoBbiBaeTcA Ha aHanuse dparMeHToB cBob6oaHon [AHK
nnopa (beTanbHbIN) MeTOo40M MOJIEKYNAPHO-TEHETNYECKOrO
TeCTUpOBaHMA, KOTopas Mo3BONAeT BbIABUTb Tpucomutro no 21
xpomMmocome (cuHapom [layHa), 18 (cuHgpom daBapaca), 13 (cuHApom
MaTay), a TakXXe Apyrue reHeTMYeckne OTK/IOHEHUS.

CTtaTtuctuyeckas obpaboTka pesynbTaToB nccnenoBaHus
npoBoAMNacb C MOMOLIbIHO CTaHAAPTHbIX METOAOB  MeAMLMHCKON
CTaTUCTMKU: AN KOJIMYECTBEHHbIX  MoKasaTefneh -  CpeaHsis

apudpmeTnueckas (M), c owmnbkon cpeaHen (M) u t-kputepuin CTbloAeHTa,
ANA KayeCTBEHHbIX MNokasaTenen - Kputepun xu-kBagpat [lupcoHa wu
TOYHbIN KpuTepun Guepa. Pasnnuma mexay cpaBHMBaeMbIMU rpynnamm
06cnefoBaHHbIX CYMTANUCH CTaTUCTMYECKU focToBEpPHbIMU Npu P<0,05.

B TpeTben rnaBe aucceptauuu «YnbTpasByKOBble MNpeAuKTOpbI
XPOMOCOMHbIX aHoOManui nnojga U UX co4vyeTaHMe C BPOXAEHHbIMU
nopokamMu Kak MapKepbl NpeHaTaslbHOM AMarHOCTUKU ANs pa3paboTKu
cTpaTermm BefAeHUA 6epeMeHHOCTU» npeAacTaBfieHbl pe3ynbTaThbl
KOMMJIEKCHOIo CKPWHUHra c BKJIHOUEHMEM ONOXMMMUNYECKUX,
ynbTpasBykoBbix n HATIT.

NccnepoBaHue npoBoanan y 256 6epeMeHHbIX C NOSTIOXUTENIbHbIMU
pesynbTaTaMun 6uoxmmmyeckoro n/mnn Y3WM cKpuHuHra, 1.e. 6epeMeHHble
XXEeHLWKUHbl 13 rpynnbl pucka no XA u BINP. B xofe CKPWUHUHIOBOro
AVvHaMuyeckoro HabntoaeHuns y 113 naumeHToB (44,1%) 6blan BbISIBNEHbI
BPOX/EHHbIE NMOPOKWU pasBuTuA, a B 143 cnyyaax - AuarHOCTUpPOBaHbI
XPOMOCOMHble aHoOManuu. B gaHHOM wuccrnefoBaHWM CCbllasuCb  Ha
HOpMaTUBHble MoKa3aTenu paspaboTaHHbie KamanuanHoson LU.M.
(2021).

CornacHO JaHHbIM Tab6bnuubl 1 cpean 6epeMeHHbIX C
YCTQHOBJIEHHbIMM NpK nocnepyloweMm HaontoaeHun BIMP oTmevaetcsa
CHMXeHue cpegHux nokasatenen KTP cooTBeTcTBYHOWMX  S5-01
NPOLEHTUIN HOPMBbI, T.€. HUXXHEN rpaHnLbl HOPMBbI.

Ta6bnuua 1
CpaBHuUTeNbHas XxapakTepucTMkKa Kon4MKo-TeMeHHoOro pasmepa nnaopa
npu pu3nMoNornyeckoM TeueHmum 6epeMeHHOCTH (Hopma), NopoKax
pa3sutusa nnoga (BMP) n xpoMocoMHbIx aHoManusx (XA) (Mm) 5, 50-i4,
95-i npoueHTUNb (MM), n= 256

Cpok 6ep-Tn Hopma BbICOKUI pUCK XA, BMP, n=113
HeA/AHU 5-it 50-it 95-i n=143
11+0-11+6, 42,0 46,2 57,3 38,9+2,9 42,1+2,1
12+0-12+6 50,4 56,9 65,6 46,313,0 49,2+2,8
13+0-13+6 60,2 69,1 77,0 54,513,2 58,4131
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Mpn anarHoCTUpOBaHHOM BbICOKMM pUCK MO XA y nnoja cpefHue
nokasartenu KTP goctoBepHO 6b1sin HUXKe 5- NPOLEHTUIN HOPMbI.

B nepBom Tpumecte 6epeMeHHOCTM B cpoku 11+0-11+6 Hepenb
rectaumm obpatunmcb 30 XEHLNH C BbICOKMM puckom no XA u 28 c BIP,
yTto coctaBmno 21,0% u 24,8% cooTBeTCTBEHHO, B 12+0-12+6 obpaTtunimch
-28,0% (40 n3 143) n 29,2% (33 u3 113) 6epeMeHHbIX. BoNbWNHCTBO
6epeMeHHbIx obpaTunucb B 13+0-13+6 Hegenb rectaumm, YTO COCTaABUIIO
51,0% n 36,4% cooTBETCTBEHHO.

KayecTBeHHbIN aHann3 HU3KMX nNokasatenen KTP nossonun
YyCTaHOBUTb, YTO Npu XA B 56,6% cnyyasx (81 ns 143) permctpupoBanucb
nokasaTesin HUXXe 5- NPOLEeHTUIN, B OCTallbHbIX Cllydadx nokasaTenu
KTP cooTBeTcTBOBaNM HOpMe U3 HUX B 24,5% cny4vasax — 5-1, B 11,9% - 50-
mne7,0%-95n.

Cnepyetr OTMeTUTb, 4YTO Yy XeHwuH B 13+0-13+6 Hepenb
OEpPEMEHHOCTM C XPOMOCOMHbIMW aHOMaNuAMK Yy nNjoda HU3KKe
3HaYeHusi Kon4yuko-teMeHHoro pasmepa (KTP) BbiaBnsitOTCA Yalle, Yem
Ha 6oJiee paHHNX CPOKax 6epemMeHHoCTy. (puc. 1).

= A
Puc. 1. Y3U nnopa 13+2 Hepenb recTaMoOHHOro cpoka: A) cTpeskamu
yKasaHbl paamepbl KTP B Hopme (5-i1) 60MM; B) cTpenkamu ykasaHbl
pa3Mepbl KTP Huxe 5-i npu BbicOkOM pucke XA (Tpunnougus).

[Mpn BINP oTMeyvaeTtcs, 4To nokasatenu KTP HuXe 5-U npoueHTUIun
peructpuposanuce B 20,4% cnyyasx, ToOrga Kak nokasaTenu,
cooTBeTCTBYytOWME 511 — B 26,5%, 50-n — 33,6%, 951- 19,5%. Hanbonbluas
yacToTa BbIABSEMOCTN HU3KKUX nokasaTesien KTP He cooTBeTCTBYHOLLUNX
HOpMe HaMu permctpupoBanocb B cpoke 13+0-13+6 Heaenb. (puc. 2)
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Puc. 2. Y3U nnopa 13+6 Hepenb recTaMOHHOIo cpoka: A) cTpeskamu
yKasaHbl paamepbl KTP B Hopme (5-i1); B) cTpenkamMu ykasaHbl paaMepbl
KTP Huxe 5-1 npu BIMP (spina bifida).

Hawwn pesynbTaTbl Nokasanu, 4To B 56,6% B rpynne 6epeMeHHbIX C
BbICOKMM puckoMm XA u 20,4% npu BI1P ymeHbweHne KTP Huxe 5-1
NPOLEHTUIN KOPPenupyeT C XPOMOCOMHbIMM aHomanusmu (r=0,781;
p<0,01). B u4acTHOCTW, TakuMe OTK/IOHEHUS OblsIM XapaKTepHbl AN
cuHapoma [layHa, Tpucomumn 18 (cuHgpom SapapAca), Tpunaouanm wu
APYTMX FreHeTUYEeCKux 3aboneBaHui.

B Hawem wunccnegoBaHuM Mbl nogTBepaunun, 4YTo yBenudeHune TBI1
ABNAETCA OLHMM M3 OCHOBHbIX MPU3HAKOB BO3MOXXHbIX XPOMOCOMHbIX
OTKJIOHEeHUN y nnofa, a B 32,7% cnyyaax Bl1P. BctpeyaeMoCTb BbICOKMUX
nokasatenen TBI (cBbiwe 95- npoueHTUnM) npu BIP MoXeT cnyxuTb
MapKepoM [AnA MoJO3peHMsAs Ha Hanuyue CcoyeTaHun natosormm c
BbICOKMM puckoM XA. (Tabn. 2)

Taébnuua 2
CpaBHUTeNnbHaA xapaktepuctuka TBI1 5-1, 50-1 n 95-1 npoueHTUNb y
6epeMeHHbIX Npu Nopokax pa3sutus nnoga (BMP) n BbICOKUM pUCKOM
XPOMOCOMHbIX aHoManusax (XA) (Mm)

Cpok 6ep-Tu Hopma BbICOKUI pUcK XA BIP
Hea/aHn 51 50-n 95-1
11+0-11+6 0,7 0,8 1 3,1+1,5 1,9+1,8
12+0-12+6 0,7 0,9 1,2 3,612,0 2,0+1,6
13+0-13+6 0,8 1,0 1,4 4,222 2,2+1,4

Kak BMOHO M3 npeacTaBfieHHbIX AaHHbIX MPU BbICOKOM pucke XA
oTMeyaeTcsa noBbilleHne nokasatenen TBI1 HaymHas ¢ 11+0-11+6 po
13+0-13+6 cpokax 6epeMeHHOCTH, NpM 3TOM NoKasaTen yBeIM4mBatoTCa
noytn B 3 pasa ot 95 npoueHTnnm (P<0,001). XoyeTcss OTMETUTb YTO NMpU
Hanuymu y nnoga BINP nokasartenun TBI1 nMenn xapakTepHyto TeHAEHLNIO
K MOBblLEeHNIO KakK B cpoke rectaumm 11+0-11+6 Tak n 13+0-13+6 Hepenb,
OZHAKO MX NoKasaTenu 6blsIn AOCTOBEPHO HUXKeE, YeM npu XA y nnoaa.

Mpu aHanM3e KayeCTBEHHbIX NOKa3aTesiell HaMu 6bls1I0 YCTAHOBJIEHO,
4YTO YacToTa BCTpeyaeMoCTu rnokasatenen TBI1 cBbiwe 95 npoueHTUNU
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pernctpupyetca y 80,4% nnogoB ¢ XA u B 32,7% npwn BINP y nnopa.
XoyeTtcss OTMeTUTb, YTo K 13+0-13+6 rectauMoOHHOM Hepenun 4acToTa
yBenunyeHus TBI1 cebiwe 95 npoueHTUNM yBeNNMYMBAETCA NOYTU B 2 pasa
MO OTHOLWIEHUIO K 6onee paHHEMY CPOKYy 6epeMeHHOCTU M cocTaBnsieT
40,4%. lMonyyeHHble faHHble CBUOETENbCTBYHOT O TOM, yYTO npu BIP y
32,7% nnoaoB BO3MOXHO COYeTaHWe [aHHOW NaTosIorMu C BbICOKUM
puckom XA.

Kak BUOHO U3 npeacTaBfieHHbIX AaHHbIX NMPU BbICOKOM pucke XA'y
naoga oTMedaeTcA BblpaXeHHaa runonnosuna HK, anuHa kotopon B 2
pasa MeHblle 5 npoueHTunnM Hopmbl (P<0,05). Mpu aTOoM paHHas
TEHOEHUMA COXpaHAeTCA Ha MpoTsXXeHun Bcero 1 TpuMmecTpa
6epemeHHocTu. Mpn BMP y nnoga cpeaHum nokasatenn HK Haxogunuco B
npegenax Hopma (Taén. 3).

Taébnuua 3
CpaBHUTenbHasa xapaktepuctuka HK 5-i, 50-i 1 95- npoueHTUNb Y
6epeMeHHbIX npu BMNP u BbicokoM pucke XA (MM)

Cpok 6ep-Tu Hopma Bbicokunn puck BIP
HeL/[HV 5-1 50-# 95-1 XA
11+0-11+6 1,6 2,6 3,2 0,8+0,2 2,51,2
12+0-12+6 2,0 2,9 3,6 0,910,4 2,4+1,3
13+0-13+6 2,5 3,2 4 1,1+0,7 2,6%1,1

Y nnopja c BbicokuM puckoM XA runonnasuna HK pernctpupyetca B
43,3% cny4yasx Ha 11+0-11+6 Hegenu rectaumm, Torga Kak Ha cpokax 13+0
-13+6 yacToTa BbIAB/IEHUS JaHHOMW aHOManuu yBennymBaeTcs MnodTu B 2
pasa. lNpu BINP y nnoga runonnasuna HK BcTpevaetca B 22,1% cnyyaes,
npu 3TOM caMas BblCOKas 4YacToTa BblAB1eMOCTU peructpupyertca B 13+0
— 13+6 Hegenb rectayMoOHHOIO CpokKa.

Kak BnaHo 13 npeacraBfieHHbIX AaHHbIX cpeaHue nokasatenu (1A
BeHo3Horo npotoka (BM) npu BbicokoM pucke XA y nnoga B
rectaymoHHoMm cpoke 11+0-11+6 npesbliwaroT ypoBeHb 95 nMpoueHTUNu.
AHanormyHas kKapTumHa OTMeyaeTcd M B cpoke rectauum 12+0-12+6
Hepenb rectaumn un 13+0-13+6 Hepenb. [lpy 3TOM [OCTOBEPHOCTb
[ aHHbIX 3HaYMMas No OTHOLLIEeHUO K 95 npoueHTunu (Tabn. 4).

Taébnuua 4
CpaBHUTeNbHaA xapakTepucTuka oueHku MU Bl 5-i, 50-i n 95-i
npoueHTUNb y 6epeMeHHbIX npu BIP 1 BbiIcokoM pucke XA

Cpok 6ep-Tu Hopwma BbICOKMI pUCK XA BMP
Hea/nHu 51 50-1 95-i
11+0-11+6 1,15 1,47 1,85 1,940,3 1,640,4
12+0-12+6 1,05 1,38 1,75 2,2+0,5% 2,1+0,6*
13+0-13+6 0,98 1,3 1,65 2,4+0,7* 3,1+0,9*

MNpuMmevaHue: * - LOCTOBEPHOCTb aHHbIX K Noka3saTtensam 95-oi npoueHTumn (P<0,05)

[Mpwn BIP W BeHO3HOro npoTtoka C yBenuMyeHneM rectaymMoHHOro
Cpoka BoO3pacTaeT, gocturaa nuka K 13+0-13+6 Hepenb n B 1,98 pas

50



npeBbllaeT nokasartenu 95-ro npoueHTuns (P<0,01) n B 1,3 pa3sa cpeaHue
nokasaTenu npu BbicokoM pucke XA y nnoga (P<0,05).

[Mpn KayecTBEHHOM aHanM3e OTMEeYeHO, YTO NMPU BbICOKOM pucke XA
y nnopga [N BeHo3HOro npotoka B 65,0% cnyyaax npesblwaer 95
npoueHTunb, Torga kKak npu BINP y nnoga - B 54,0% cnydasx.
Haunbonblwasa 4yacToTa BbisiBNeHU noBblweHnsa M BEHO3HOro NpoToka
oTMe4yaeTcs B rectauMoHHomMm cpoke 13+0-13+6 (npu BbICOKOM pucke XA
B 84,9% cny4dasx, a npu BINP — B 94,2% cny4dasx.

TakMm 06pa3om, Ha OCHOBAHUKU MOJTYYEHHbIX AAHHbIX paspaboTaHbl
yNbTpa3BYKOBble AOMNMIEPOMETPUYECKME KPUTEPUN CKOPOCTU KPOBOTOKA
BEHO3HOro NpoToKa B HOpMe, NMpu BbiCOKOM pucke XA un BIP, koTtopble
NpeAcTaBfeHbl B Tabnuue 5.

Ta6bnuua 5

YnbTpasByKOBble fonniepoMeTpuyeckme KpuTepun CKOpocTu

KpPOBOTOKa BEHO3HOIro NpoTokKa B HopMe, npu XA u BINP

[MapameTp Hopma Bbicokuin puck XA BINP
A-BosnHa MonoxutenbHas obpaTHasi unu obpaTHasi UNn Hynesas
HyneBas
nm B npepenax HopMmbl Bbiwe 95-1n BIMP 6e3 yyeta BIMC - Pl -
(Bo 95 npoueHTUNN) NPOLEHTUM 1,15-1,65; BINC co
Pl-1,15-1,65 Pl -1,65-2,4 CTEHO30M MarncTpanbHbIX
COCYZOB M KNnarnaHoB
cepgua- Pl > 3,1
BINC 6e3 cTeHo30M - Pl <
1,15
YacToTa Ons 6epeMmeHHOCTM 1 He 3aBuCcUMO OT BIMP 6e3 yuyeta BINC - po
NnaToJSIOrMYecKoro TpuMecTpa - 4o 25% | rectaunoHHoro cpoka | 45%; ana BIMC - cBbiwe
KpoBoTOKa Bl Ons 6epeMeHHOCTM 2 | 6epeMeHHocTU -70% | 75%
TpUMecCTpa - 40 5%
Makc. 60 cm/c HWxe 30 cm/c BIP 6e3 yyeta BINC - 60
cUcTonmnyeckas cm/c; Mpwn BINC >60 cm/c
cKopocTb (S)

[Mpn aTOoM pnA BbiCcOKOro pucka XA xapakTepHbl nokasatenun [1A

1,65-2,4, Torpa kak gns BIP 6e3 y4yeta BIC - PI — 1,15-1,65, BIC co
CTEHO30M MarmucTpasbHbIX COCYyAO0B U KnanaHoB cepaua - Pl > 3,1, a gnsa
BINC 6e3 cTteHo3om - Pl < 1,15.

[lpn BbICOKOM pucke XA He 3aBUCUMO OT rectauMoHHOro cpoka
6epeMeHHOCTM YacToTa NaToNI0rMYeCKoro KpoBOTOKa BEHO3HOIO NPOTOKaA
pocturaet 70% cnyyaes. Npu BIP 6e3 yyeTa BbiasBneHns BIC — go 45%, a
npu BIC cBbiwe 75% cny4aes.

MNpn pacyete cneundpuyHOCTU U  YYBCTBUTENIBHOCTU AaHHbIX
YyNbTPas3BYKOBbIX AOMMNJIEPOMETPUYECKUX KPUTEPUU CKOPOCTU KPOBOTOKA

BEHO3HOr0 MpPOTOKa HaMW YCTaHOBMEHO, 4TO AuarHoctuyeckas
cneyMdunYHOCTb ANA BbICOKOro pucka XA coctaBnseT — 91,5%,
AnarHoctmyeckaa  addekTuBHoctb —  94,3%, AmnarHocTuyeckas

4YyBCTBUTENbHOCTb — 88,6%; ans BIP - anarHoctnyeckas cneympuyHoCcTb
coctaBnsier — 88,3%, AnarHocTuyeckas addekTnBHocTb — 89,3%,
AnarHocrtunyeckas YyBCTBUTENbHOCTb — 78,6%.
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Takum o6pasom, [N BEHO3HOro MpPOTOKa SABASETCA BaXHbIM
WHCTPYMEHTOM [J19 paHHero BblABNEHUA BO3MOXXHbIX HapyLleHun y
nnoaa, AN TOYHOM ANArHOCTMKM HEOBXOAMMO YYMTbIBATb €ro 3Ha4YeHUs B
coyeTaHuu ¢ gpyrumMmmn Mapkepamu.

Mo pesynbTataMm npoAesniaHHON paboTbl CNeayrLWmMM BaXXHbIM
yNbTPasByKOBbIM MapkepoM pacyeta pucka XA un BIIC 6bina
peryprutauuns Yepes TpukycnupanbHbiv knanaH. [Npn BbICOKOM pucke XA
yBe/IMYeHHass CKOPOCTb KPOBOTOKA W Hanuyume peryprutauum Obiam
CBA3aHbl C M3MEHEeHWAMU B CepAevyHO-COCYyAMCTOM CucTeme nnoja B
67,1% (96 n3 143) cnyyaeB. Ons HarnssgHOCTU NPUBOAUM 3XOrpamMMbl
nnoga TpukycnuganbHas peryprurauma.

Ha pucyHke 3 npuBefeH K/IMHUYECKUN MpuMep nnoja C BbICOKUM
puckomM XA, npefacraBiieHa axorpaMmMa Ha KOTOpOW BUAHA perypruraums
TpukycnnganbHoro knanada n HAMT rge yctaHoBneHa Tpucomus 21.

MEay MO

TPUCOMMA 21 BLICOKMi! PUCK —PEKOMEH[OBAHO
{(Cvmapom Aaywa) onee WHBA3HBHOE HCCNENOBAHUE

TPUCOMMA 18
(Cumapom Iasapaca)

TPUCOMMA 13

(Cumapom Mars

1:262 Menee 1:10,000 (<0.01%) HU3KHFA PUCK

1:826 Menee 1:10,000 (<0.01%) HU3KM A PUCK

HE OBHAPY)KEHO ‘

[ |

ol WEHO

HE OBHAPYHEHD

HE OBHAPYHEHO

e HE OBHAPYHEHO B
Puc. 3. bepemeHHOCTb 14 Hepgenb. A- TP B EepemeHHOCTb 14 Hepenb
TP; B -HUINT Tpucomusa 21

b My

MoBbiweHHas ckopocTb (> 0,6 M/c), Habntoaanacb Npu HapyLweHUU B
(YHKUMOHUPOBAHUM  CEPAEYHO-COCYAUCTON CUCTEMbl njoda, Mpu
XPOMOCOMHbIX aHoManusx, cuHgpoMm [ayH (Tpucomus 21) B 67%,
cuHapomM dapapaca (Tpucomus 18) 71%. TMoHmxeHHast ckopocTb (< 0,3
M/c): ckopocTb MeHee 0,3 M/c yKasbiBana Ha Npo6nemMbl C KPOBOTOKOM,
TakMe  KaK:  3ajepXka  pasBuTuA  nnoga,  Npobnembl  C
(byHKUMOHMPOBAHMEM cepALa, CNaboCTb CepAEYHbIX COKpaLleHUA U Npu
BMP (tabn. 6)

Tabnuua 6
CpaBHUTeNbHaA XxapaKTepucTuka CKOpoCcTu KpoBoTokKa TK npu HopMe,
XA v BINP
[TapameTp XA BIP

CkopocTb kKpoBoToKa TK oTCyTCTBYET BIMP 6es yueTa BINC 0,48+0,001 (0,3-0,6 m/c)

(Hopma - 0,45+0,001; 0,3-0,6 BINC 6e3 cteHo3om 0,550,003 m/c (0,3-0,7 m/c)
m/c)

[MoBbIlWEeHHasa CKOPOCTb 1,7510,03 BINC co cTeHO30M MarucTpanbHbIX COCYA0B U

kpoBoToka TK (>0,6 mM/c) (0,6-2,8 m/c) KnanaHoB cepaua 1,55+0,03 (0,6-2,5 m/c)

MoHMXeHHas CKOPOCTb OTCYyTCTBYET MpucoeanHeHne Npobaembl C

kpoBoToka TK (<0,3 m/c) GYHKLUMOHMPOBaHMEM cepALa, CnabocTb
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cepAeyHbIX COKpalLLLeHW
0,19+0,002 m/c (0,1 - 0,3 M/c)

B COBOKYNHOCTW BblfeneHHble MapKepbl MO3BOJINIM MOBbICUTb
YYBCTBUTENIbHOCTb  CKPUHMHIoBoro Tecta Ha 90%, ynydwas
NPOrHO3MpPOBaHME BO3MOXXHbIX OTK/IOHEHUI B pa3BUTUM Noja.

Mo pesynbTatamM 1 ckpuHuHra ns 113 nnogos ¢ BINP B 38 cny4asax
AVarHoctvpoBaH Hekopperupyembii BIMP  (33,6%), B 4acCTHOCTMK:
rononpo3saHuedanua (8 ns 38; 21,1%), annasua nydesoi koctu (1 ns 38;
2,6%), KNCTO3Has rurpoma (24 us 38; 63,2%), Tsxenblit ruapoHedpos (5 ns
38; 13,3%). B pe3synbrate 2 CKPUHWHI npownun 75 6epeMeHHbix ¢ BIP
nnopja.

Cpeoyn 143 nnofoB C BbICOKMM pUCKOM XA nocne 1 CKpUHUHra 15
6epeMeHHbIX npownn HUIMT B pesynbtate y 6 HWUMT nokasan
NONOXUTENbHbIN pe3ynbTaT No XA, MpU 3TOM XOYeTCA OTMETWUTb, YTO
6uoxmmuyeckuin (PAPP-A - 0,35+0,02 MoM (0,2-0,5); XI'4 - 2,75+0,1 MoM
(2 - 3,5MoM) u ynbTpasBykoBoi ckpuHUHI (TBI cBbilwe 95 npoueHTuK;
KTP Hu)e 5 npoueHTuUNu, HOcoBas KOCTb HMXe S5 npoueHTunn u A
BEHO3HOro MNpoToKa CBbiwe 95 npoueHTUNU, TpUKypcnupanbHas
peryprutaums) y HUX aan nosioXKMTeNbHbI pe3ynbTar.

B uenom npn 1 ckpuHuHre ns 143 6epeMeHHbIX C BbICOKUM PUCKOM
XA y nnofa nonoXuTesnbHbI KOMMIEKCHbIA CKPUHUHT (6uoxumus (+) +
Y3 (+)) otmevancs B 19,5% cnydyasx, B 42,7% - YyCTaHOBNEH
NONIOXUTENbHbLIN OUOXUMUYECKUIN CKPUHUHI, a B 37,8% - BbISIB/IEHDI
nonoXxwuTenbHble Y3 mapkepbl.

B pesynbtate 2 CKPUHMHI npownu 128 6epeMeHHbIX C BbICOKUM
puckoM XA nnoga. Ntorom 1 CKpUHMHIA B AAaHHOW rpynne 6epeMeHHbIX
Y3U 1 6MOXMMMYECKME MapKepbl 6bIN NONOXKUTENbHBIMU B 22 Cry4aes,
OUOXMMNYECKUNE TMOSIOXKMUTENBbHbIE U YNbTPa3BYKOBble OTpuULaTENbHbIE
MapKepbl OoTMeyanucb B 56 cnyyasax u B 50 cnyyasx Habnwopanucb
NONOXUTENbHbIE BUOXMMUYECKUNE N OTpuLaTenbHblie Y3 Mapkepbl.

Ha ganbHenwwemM atane Mbl NpoaHanmMsmMpoBasan OCHOBHbIE U Marble
Mapkepbl BINP 1 Bbicokoro pucka XA, nepeyeHb KOTOPbIX NMpeacTaB/ieH B
Tabnuue 7.

Kak BMAHO K3 npuBeAeHHbIX AaHHbIX (Tabn. 8) nokasaTenu
pasmMepoB 60KOBbIX >Xenygoyek oT 13 go 15 MM xapakTepHO Ans
BbICOKOI0 pucka XA, nx 4yactota BCTpeyaeMocTn coctasndeT 33,6%, 4TO B
2,4 pa3a vaule (P<0,01) yem npu BIP, Toraa kak nokasaTtenu ceblle 15
MM 6bln XxapakTepHbl ansa BINP n3 yactoTta BCTpe4aeMOCTH 6blna Bbille B
13,9 pas (32,0% npotuB 2,3% cooTBeTCTBEHHO; P<0,001).

Tabnuua 7
[MepeyeHb OCHOBHbIX U MaJibiX MapKepoB XPOMOCOMHbIX aHOManum
Cuctema OCHOBHble Manbie/Msarkue
opraHoBs MapKepbl
LHC BeHTpukynomeranus, Fononpo3saHuedanus; | Kucta cocyguctoro
Mukpouedanusa (6unapuetanbHblit AnameTp (BMNA) < 1-ro | cnneTeHus
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npoueHTunsa n HP/FL < 2,5-ro npoueHTtuns); AuncreHesus
MO30JINCTOro Tena; AHOManbHbIA KOMMJIEKC 3afHeNn
yeperHon AMKN n cuHapom eHaum-Yokepa

OnopHo- AHOManuu pyk M HOr — CUHOAKTUIINA, KIUHOL4AKTUANS, | YKOpoUyeHue

ABUraTeNibHbIN | CXaTbI Kynak, annasus Iy4eBol KOCTW, KOCOMANocCTb M | TpybyYaTbiX KOCTEN

annapart CcToMna-Kavasnka

Jlnuo PaclienvHa He6a M rybbl, MUKpPOrHaTusi, Makpornoccus, | F'mnonnasusa/annasus
rmrno- W TrunepTenopnsM, HU3KO MOCaXEHHble YLK, | HOCOBbIX KOCTEN
ManeHbKoe yXo

Les KucTtosHas rurpoma YTonweHne LWenHomn

CKJ1afKu

CCC OedekT SHAOKapAnanbHown NOAYLUKW, fedekT | OxoreHHbIn ¢doOKyCc B
MeXOKeNyA04YKOBOW Meperopoakun, CUHAPOM runonnasum | cepaue
neBbIX oOTAenoB ceppua, TeTpaga ®danno wu Agpyrue
CNOXHble aHOManuu cepaua

Xenyno4yHo- ATpesna nuuwesoga M ABEHaALATUNEPCTHON KWULIKK, | OXOreHHbIN

KULLEYHbIN HEenpoXoAMMOCTb TOHKOIO KULWEeYHUKa, AnadparmanbHas | KUWEYHUK

TpaKT rpbiXka n omdanouene

MouenonoBon | YMepeHHbIn nnm TAXKENbIN rngpoHedpos, | Jlerkas

TpakT Avncnnactuyeckoe 3abonieBaHMe NOYEK U areHesnst NoYek | NMenoaKTasus

Opyrue 3agep)xka BHYTPUyTPOOHOro pa3BmTUS NNofa BO BTOPOM | [IBYXCOCYyAUCTbIN
TpUMecTpe, BoAsHKa nynoBuHa, ofHa

nynoyHas apTepusi

Hanbonee yacTto BEHTPUKY/IOMeraansa accoummpoBasnacb ¢ Takumu
COCTOSIHUSIMU KaK cuHapomMoM [layHa (11 nnoaa) B codeTaHUU ¢ ApyrumMum
aHomanuamu Y3W, npu cuHgpome daapAaca (6 nnoga), cuHapom Matay
(4 nnog) — nNpu 3TOM HanuuMe CUHAPOMA BEHTPUKY/IOMErannn 6bi
OLHVM U3 NPU3HAKOB, OCOGEHHO B COYETaHWW C APYrMMW MapKepamy,
Tak)Ke 6bl1 MapkepoM npu MoHocomum X (2 nnop) B coyeTaHun C
yBeNIM4YeHHOW LWenHOW CKaaKomn.

Tabnuua 8

CpaBHUTeNbHas XapaKTepucTuka pasamepoB 60KOBbIX XKey[04KOB
naopa HopMa, Bbicokoro pucka XA v BIP npu 2 TpuMecTpe

6epeMeHHOCTH

Pasmep 60KOBbIX Bbicokui puck XA, BIP, n=75 LlocToBepHOCTb

Xenyao4ykos (MMm) n=128 JaHHbIX
CpegnHue 8,6+0,41 (8-10) 9,1+0,38 (8-10) P<0,01
nokasaresnu

aébe. % abe. %

<10 55 43,0 23 30,7 P>0,05
10-12 27 21,1 19 25,3 P<0,05
13-15 43 33,6 9 12,0 P<0,01
=15 3 2,3 24 32,0 P<0,001

B pesynbTtate npoBegeHHoro Y3W wuccnepgoBaHuA nsioga Hamu
yCTaHOBMIEHO, YTO Hambonee valle OTCYTCTBUSA KUCT Habnwoganocb npu
BI1P y nnopga — 88,0%, Toraa Kak npu BbICOKOM pucke XA 3TO NpOLEHT
cHuxancs o 80,5% (tabn. 9)

Tabnuua 9

UHTepnpeTauua KUCTbl cOCyaucToro cnieteHusa y naoga c XA u BI1P

54




MpusHaku KCC XA, n=128 BIP, n=75 JlocToBepHOCTb

abe. % abe. % JaHHbIX

OTcyTCcTBME KUCT 103 80,5 66 88,0 P<0,05

MN3onnpoBaHHas 04HOCTOPOHHSASA, < 10 3 2,3 2 2,7 P>005

MM !

[1BYCTOPOHHSAS, MHOXXECTBEHHbIE, < 10 9 7,0 2 2,7 P<0 01

MM !

Kuctbl = T0MM, coxpaHsatoTcs = 28 Hep, 8 6,3 0 0,0 P<0,01

Kunctbl + gpyrne mapkepbl/aHoManunu 5 3,9 5 6,7 P<0,05

[1BYCTOPOHHME MHOXeCTBEHHble KUCTbl HMXe 10 MM [LOCTOBEpPHO
yalle oTMe4vanucb npu BbICOKOM pucke XA y nnopga, npu atom npu BIP
UX BCTpeYyaeMoCTb cokpawasnacb noytu B 3,0 pasa, YTO AOCTOBEPHO
3Haummo (P<0,01). Onsa BbICOKOro pucka XA 6bl10 XapakTepHO Hanuuune

KUCT cBbille 10 MM,

KOTOpble COXpaHANMCcb B 6oJsiee MO3AHEM

rectauMoHHOM cpoke (cBbllie 28 Hepenb). Onsa BMP 6binn xapakTepHbl

KWUCTbI,

coyeTalouimeca € ApYyrMMuM  MapKepamu/aHoOMalusMu.

Mpw

Haln4ynn Apyrux aHoManumn cyLiecTByeT BbICOKUN PUCK XPOMOCOMHDbIX

AepeKToB, 06bIYHO TPUCOMUM

Tib <0
MI 10

RA

Puc. 4. bepemMeHHOCTb 17 Hepenb,

18. (puc. 4).

MCXOAHbIH PUCK

TPUCOMMA

TPUCOMMA 21
(CuHapom faya)

OLIEHKA PUCKA

1:71 Menee 1:10,000 (<0.01%)

KNWMHWYECKAR OLIEHKA

HU3KHA PUCK

TPUCOMMA 18
(Cumapom 3nsapaca)

1:182 Bonee 95%

BbICOKWIA PUCK —
PEKOMEH/I0BAHO

TPUCOMMA 13
(Comapom Naray)

1:569 Mewee 1:10,000 (<0.01%)

HIASKMA PUCK

HE OBHAPYEHO

iom 3apasoaXpaHEHHA

B- Pesynbtatbl HUMNT: kapuotun B -HUMT Tpucomuma 18

; e g
KUCTa COCyaAUCTOro crijieTeHus,

YBenuuyeHne LLIC 6onee 5-6 MM B 3aBUCUMOCTM OT CPOKa recrauumu
6b1/10 CBA3aHO C MOBbIWEHHbIM PUCKOM XA, MOPOKOB cepaua MU Apyrux

naTosiorunii (puc. 5).
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KnaitHdenbtepa

Mpy N3y4yeHnn NoNyYEeHHbIX aHHbIX HAMUW YCTaHOBMEHO, YTO NMpu XA
6bl/IN LOCTOBEPHO Bbile 95 npoueHTUNM HauynHaa ¢ 17 Hegene rectauum
pocturasa nuka K 20 Hepene (6,6%2,2 un 7,02,5 mm; P<0,01). Mpwn BIMP y
nnopaa yronweHune LLIC cooTBeTCTBOBaNO HOPMATUBHbBIM NoKasaTesisiM.

AHanusunpyss OTK/IOHEHMA OT HOPMAaTMBHbIX NokasaTtenen LWIC vy
nioga HaMu YCTaHOBJIEHO, YTO Npu BbiCOKOM pucke XA Ha 17 Hepene
rectauuMmM BCTpevyaeMOCTb rokasaTefnenm cBbilwe 95 npoueHTue
oTMeyanacb B 88,9% cnyyasx, Toraa kak npu BIMNP B 3,1 pa3a pexe (29,4%),
YTO HOCMNO [OCTOBEpHO 3Hauumblih Xxapaktep (P<0,01). [aHHas
TeHAaeHUuMa Habntoaaetca Ao 20 Heaene rectayumu.

[MnepaxoreHHbin ¢okyc (F®) B nonmoctM cepgua nnojga
paccMaTpuBaeTCs KakK noTeHuuasbHbIM MATKUN MapKep XPOMOCOMHOW
naTonoruu, B nepeyto ovepeab — Tpucommm 21 (puc. 6).

B TO Xe Bpems, B noAaBfsAlOWEM OOSbLIMHCTBE Clly4yaeB
rMNepaxoreHHbln (GOKyC sABNAETCA W30NMPOBAHHOM HaXOOKOW, He
conpoBoOXaaeTcs apyrmumm OTKJIOHEHUAMU npu deTanbHoOM
axokapguorpapun, n He BANAET Ha reMOAMHaAMUKY njoja.

Puc. 6. bepeMeHHOCTb 18 Hepenb, rMNepaxoreHHbl POKYC; TPUCOMUSA NO
21- xpoMocome

CnepyeT OTMETWUTb, 4YTO TUMEPIXOTreHHbI (QOKYyC B cepAue He
ABNAETCA e4MHCTBEHHbIM MapKepOM, KOTOPbIA MOXET BbISABASTbCA NP
NpeHaTaslbHOM  yNbTPa3BYyKOBOM  WCCNeAOBaHMM U MNOTEHLMANbHO
accounmpoBaTbCsl C XPOMOCOMHbIMM aHOManusmu (puc. 7).

AR
Puc. 7. bepeMeHHOCTb 19 Hep,., runepaxoreHHbl GOKyc, KUCTa
cocyaucToro cnneteHHus, BINP, BMNC OMXXI1
CornacHo Hawum uccnegoBanusam cpean 203 6epeMeHHbIX XEHLLNH

56



BO 2 TPUMECTpPE M30/IMpOBaHHbIi D BcTpevanca y 27,1% (55 ns 203), us
HUX Yy 28,9% (37 n3 128) npu BbicokoM pucke XA ny 24,0% (18 ns 75) npwu
BIP.

[® B neBOoM Xenyaouyke Ha GOHe [pYyrux YNbTpasBYKOBbIX
MapkepoB cpean 203 6epeMeHHbIX XEHWMH BO 2 TpUMeCTpe
nsonupoBaHHbii P BcTpevanca y 10,3% (21 us 203), n3 Hux 'y 7,0% (9 us
128) npwu BbicokoM pucke XA ny 16,0% (12 us 75) npu BIMP.

[® B npaBoM Xenygouyke cpean 203 6epeMeHHbIX XXEHLWMUH BO 2
TPUMecCTpe M30/MpoBaHHbIn D BcTpeyvancsa y 16,7% (34 na 203), U3 HUX y
21,9% (28 n3 128) npu BbicokoM pucke XA ny 8,0% (6 ns 75) npu BIP.

B HaweM nccnegoBaHnM rmnepaxoreHHbI KUWEYHUK BCTpeyarncs y
24,6% (50 ns 203), n3 Hux y 28,9% (37 n3 128) npu BbICOKOM pucke XA ny
17,3% (13 n3 75) npw BIP. MNpn anHaMnyeckom HabnroaeHun y 27 nnogos
(51,9%) nDaHHbIA MapKep SIBAsSiICA BapuaHTOM HOpMbl. B ocTanbHbIx
cnyyasix (25) oTMeyvanacb BblpaXXeHHasi TMNepaXxoreHHOCTb KULLIEeYHMKA,
KOTOpas CKopee BCEro CBMAETeNbCTBOBaNa O HaMMYUN BHYTPUYTPOOHOM
NHDEKUNKN, MYKOBUCUMAO03, CUHAPOM TpucoMUM 21, @ TakxKe NpU3HaKu
BHYTPUYTPOOHON runonepdysvm MAM TUNOKCUW. YeM Bblle CTeneHb
9XOreHHOCTW, TeM Bbille AnarHocTMyeckas 3HayMMOCTb Mapkepa. B
pesynbTate BbIAB/IEHHOMW TUNEP3IXOreHHOCTU  KULIEYHUKA  [aHHbIX
6epeMeHHbIX pekoMeHAayeTcs HanpaBuTb Ha HUTT.

CornacHo cCoBpeMeHHbIM peKoMeHAauusaM, NuesiodaKTasnen cnegyer
CYMTaTb aHTEPO-NOCTEPMOPHLIA pa3Mep NoxaHKK 6onee 4 MM BO BTOPOM
TpuMecTpe. [laHHbIN MapKep B HalLInX uccneposaHusa Bctpevanca 'y 18,2%
(37 u3 203), y 23,4% (30 n3 128) npu BbICOKOM pucke XA c pazMepom
NnoxaHku B cpegHeM 6,1+0,3 MM, n 'y 9,3% (7 us 75) npu BINP B cpeaHemM
4,9+0,3 MmM.

B pesynbTaTte npu 2-oM CKpMHUHIE HamMu 6bIS10 YCTAaHOBJIEHO, YTO U3
75 6epeMeHHbIX XeHwuH y 11 no Y3WN 6binn AnMarHOCTUPOBAHDI
Hekopperupyemble nopoku pas3sutus nnoga (14,7%), B 4aCTHOCTW:
areHesunss mosonuctoro tena (5), manbdopmaums OeHan Yokepa (5) u
axoHaponnaswus (1).

CornacHo nMpOTOKOJIOM CKPWUHMHIOBOrO 06CnefoBaHUs BTOPbIM
aTanoM SABNAETCA OUOXMMUYECKUMA CKPUHMHI. B 11+0-13+6 Hegenb
6epeMeHHOCTM NPOBOANTCS aHaNM3 ypoBHs coaepkxaHnsa PAPP-A u X4 B
KPOBU MaTepw.

AHanusnpysi BUOXMMNYECKME NoKasaTenn NepBOro CKPUHMHIa Hamm
Obl/10 ycTaHOBNEHO, YTOo npu BIMP cpeaHun nokasatenn PAPP-A umenu
TEHAEHUMIO K TMOBbIWEHUIO W AoCTUranum BepxXHeW rpaHuubl HOPMbI
(1,9840,08), Torga kak nokasatenn XIY 6bIIM QOCTOBEPHO Bbille
HOPMaTMBHbIX 3HadyeHun - 2,51+0,28 (P<0,05). Mpu XA nnopma y
6epeMeHHbIX cpeaHun ypoBeHb PAPP-A cHuxanca nodtu B 6,2 pasa no
OTHOLUEHMIO K NokasaTtensm npu BMP (P<0,001), Torga kak X4 B 1,5 pasa
(P<0,05), a ero cpegHue 3HaYe€HNsA HaXOAMIUCb B Npeaenax HopMaTUBHbIX
3HaYeHuNn.
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KayecTBeHHbIM aHanM3 no3Bo/n/ YCTaHOBUTD, YTO nokasatenu PAPP
-A B recraumoHHoMm cpoke 11+0-13+6 B 62,9% cnyyaax panu
NOJSIOXUTESNbHbIN pe3ynbTaT MO BbICOKOMY pUCKY XA Ha (OHe BbICOKMUX
nokasatenen XI'4 (>2,0 MoM) (ta6n. 10).

Mpwn BMP nokasatenu PAPP-A B 17,7% (20 n3 113) cnydasix 6biau
Huxke 0,5MoM, a yposeHb XI'Y Bbiwe 2,0MoM, yTo cBUAETENLCTBOBANO O
TOM, YTO B [aHHbIX C/ydaax UMeeTcs BbICOKUM puUcK XA. [pn BTOpOM
CKPUHWHIe NpoBOAMIICS BMOXMMMYECKNIA aHANN3 N3yYeHUs nokasaTesien
AFP n XT'Y npu XA n BINP nnopaa.

Tabnuua 10
KauyecTBeHHbIV aHann3 6MOXMMUYECKOIO CKPUHUHIA Y 06Cnef0BaHHbIX
6epeMeHHbIX B rectaluMoHHOM cpoke 11+0-13+6 npu BbICOKOM pucke XA

n BIP
NokasaTtenu BbICOKNI puUcK XA, n=143 BIMP, n=113
61oxXnMu- <0,5MoM | 0,5-2,0 MoM | >2,0 MoM | <0,5MoM | 0,5-2,0 MoM | >2,0 MoM
YecKkoro n % n % n % n % n % n %
CKPWHMHra
PAPP-A 90 | 629 | 32 22,4 21 145 20 | 17,7 | 52 46,0 41 | 36,3
Xry 29 203 | 24 16,8 90 | 629 | 45 | 398 | 48 42,5 20 | 17,7

CpegHue nokasatenu AFP npu BIP nnopa npeBblanM BEPXHIOH
rpaHuLy HopMbl B 2,2 pasa Ha (¢oHe nosbiweHna XM4Y B 1,8 pas,
NoJsiydeHHble  faHHble CTaTUCTUYECKM 3HA4YMMo OT/iMYanucb ot
nokasatenen Hopmbl (P<0,01). Mpu BbicokoM pucke XA nnopaa
oTMeyvyaeTca LOCTOBEepHO CHMXeHue ypoBHA AFP B 1,9 pa3s no oTHoOLWEHUIO
K nokasaTesito HWKHel rpaHuubl HopMbl (P<0,01) Ha doHe TeHaeHUUN K
nosblilweHnto rnokasatenen XIY, kotopble B 1,14 pa3 npeBbilanu
BEPXHIOtO rpaHuly Hopmbl (P<0,05).

KayecTBeHHbIN aHanuM3 nokasas, 4YTO Npu BbICOKOM pucke XA
nokasatenun AFP Hmxe 0,5 MoM oTmedanucb B 64,8% cnyyasax Ha QoHe
BbICOKMX MnokasaTtenein X4 (>2,0 MoM). Mpwu BIMP y nnoga nokasatenu
AFP Humxe 0,5 MoM peructpuposanucb B 13,6% cnydyasax Takxe Kak u
BbICOKMK ypoBeHb X[Y, yTo cBuaertenbcTtByeTr 0 codetaHun BI1P ¢
BbICOKUM pUCKOM XA.

TakMm 06pasoM, COrnacHo 2-ro GUOXMMUYECKOr0 CKPUHWUHra m3 75
nnoao. ¢ BMPy 12 (13,6%) ycTaHOBMEH BbICOKUIA pUCK XA. 2-0 CKPUHWUHT
No3BoNvA BbisiBUTb Y 83 (64,8%) NNoA0B C BbICOKUM PUCKOM XA,

KOMOWHMPOBaHHbIN CKPUHUHI NoKasan 60o5ee BbICOKME pesynbTaThl
(4uyBcTBUTENBHOCTE 89,7%, cneundunyHocTb 91,5%) Mo cpaBHEHUO C
pasgefibHbIM  MCMNONIb30BaHMEM YNbTPa3BYKOBOMO M OUOXMMMUYECKOrO
CKpUHUHra (4yBCTBUTENBHOCTb 68,7%, 61,8% M cneundunyHocTb 86,4%,
72,1%, COOTBETCTBEHHO).

[peHaTanbHbIN CKPWHMWHT, BKJ1tOYas yNbTpa3ByKOBOe
nccnepoBaHune, buoxmmmdeckme aHanusol 1 HUMT, npoaemoHcTpupoBan
CBOHO BbICOKYO 3¢ (PEeKTUBHOCTb B BbISIBIEHUN XPOMOCOMHbIX aHOMasnin.

B uerBepTOM rnaee pgucceptaummn «[lMarHocTuyeckasa crTpaTerus
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MpU COYEeTaHMU TMOPOKOB pasBUTUA nNaoga C XPOMOCOMHbIMMU
aHOManusAMM U KPUTEpPUM  TNPOJSIAHTMPOBaAHUA  GEPEMEHHOCTU»
NpeacTaB/ieHbl OCOOGEHHOCTU KOPPUIMPYEMbBIX W HEKOPPUIUPYEMbIX
MOPOKOB pasBUTUA, a TakXe oueHka 3hheKTUMBHOCTU pa3paboTaHHOro
anropuTMa c y4eToM MHTerpaLumn MeTofoB 1 KIIMHNYECKUX CTPaTErni.

CTpyKTypa BpOXAEHHbIX MopokoB passutusa (BMP) nnopa
OT/INYAETCHA BbIPAXXEHHbIM MNpeobriaflaHneM MopaXXkeHU LeHTpanbHoW
HepBHoM cuctembl (LUHC), Ha ponto KoTopbix npuxoautcs 68,1% Bcex
3aperncTpMpoBaHHbIX aHOMasMn. I3TO MNOAYEPKMBAET UCKIIHOUUTENbHYHO
3HQYUMMOCTb OLIEHKU CTPYKTYpbl U (yHKuMuM LIHC npu npeHaTanbHOM
YyNbTPa3BYKOBOM CKPWHUHre. Ha BTOPOM MecTe Mo 4acToTe BbIABIEHMS
HaxoAATcA MOPOKMU cepaeYHO-CoCcyancTom CUCTEMBI (CCC),
ANarHocTMpoBaHHble B 31% HabntoaeHun. [Topoku pasBUTUA nLa n LLEen
cocTaBnsoT 18,6%. AHOManun xenygouHo-kuweyHoro Tpakta (KKKT) u
onopHo-aBuratenbHon cuctembl (OLC) BCTpeyatoTCs C OAMHAKOBOMW
yactoton — no 16,8%. [lopokn Mouenonosoint cuctembl (MIC)
cocTaBnaoT 14,2%.

B xode uccnenoBaHMa HaMu 6blnia nNpepjsioXxeHa Knaccudukaums
KOPpPUrnpyeMbix U He koppurupyembix BMNP (taén. 11).

Ta6bnuua 11

Knaccudukauma KoppurupyemMbix U He KOPpUrMpyeMbIX BPOXXAEHHbIX
NOPOKOB pa3BUTUA NJI0[a B 3aBUCMMOCTU OT reCTaLMOHHOIO CpoKa UX

BbiABJIEHUSA
Koppurupyembie nopoku nnopa | He KoppurupyemMble NOpoKu nnoga
YNnbTpa3BYKOBOW CKPUHUHT 6epeMeHHbIX 11-13+6 Hefenb rectauum
AedekTbl nnua, BPOXXAEHHbIE NOPOKM rononposaHuedanus, annasus ny4esomn
cepaua, aHoManum passutunsa XXKT, KOCTU, KNCTO3Hasi rMrpomMa, TsKenbin
YMEpPEHHbIN rmapoHedpos rmapoHedpos
YNbTpa3BYKOBOW CKPUHUHT 6epeMeHHbIX 17-21+6 Hefenb rectauum
BEHTpUKynomeranus, gedexkTtbl nnua, ononposaHuedanus, annasus ny4eBoro
BPOXAEHHble MOPOKMU cepaLa, AUCreHesuns KOCTU, TSHKenbIn ruapoHedpos,
MO30JIMCTOro Tena, CUHAAKTUINS, MuKpouedanus (bunapmeTanbHbIi
KJIMHOLaKTUIIUSA, KOCONanocTb U cTona- AvameTp (BMA) < 1-ro npoueHTUNs u
Kayasika, aHoManuu passutmsa XXKT HP/FL < 2,5-ro npoueHTuns),
(aTpesus nuweBoaa un AHOMasnbHbIN KOMMJIEKC 3afHeN
ABeHafLuaTUNepCTHON KULLIKW, yepenHom SIMKU 1 cuHgpoma [eHau-
HENPOXOANUMOCTb TOHKOIO KULLEYHUKA, Yokepa, CNoXxHble aHoOManuu cepaua,
AvadparmanbHas rpbiXka u omdanouene), | avcnnactuyeckoe 3aboneBaHne NoYek n
YMEpPEHHbI rmapoHedpos areHesus noyek

Y 49 >XeHWwuH 6blnn BbIABNEHbl He KOpPpPUrMpyemblie MOPOKHU
pa3BuTuA, 4to cocrtasnsetr 43,4% OT 9TOM rpynnbl. ITU MNOPOKMU, Kak
NpaBuiO, CBA3aHbl C TSXE/bIMA  HapyLeHUAMW aHaTOMWUKU UK
(OYHKLUMOHANbHOCTH OopraHos, yTO  Jenaet  9TU COCTOSIHMA
HECOBMECTUMbIMMU C XXWU3HbO Nnopa. Bcem 6epeMeHHbIM XEeHLWMHaM C
HekoppekTupyeMmbiMu BIP npoBegeHO npepbiBaHME GEPEMEHHOCTM Mo
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MeAMUMHCKMM  nokasaHusam. Cpean Bcex BIP y 64 6biau
ANarHoCTupoBaHbl KOppUrMpyemble TMOPOKW pasBUTUA Moja, uTo
cocTaBnseT 56,6%.

PesynbTaTthbl OUOXMMUNYECKOTO CKPUHUHra 1 TpUMecTpa
6epeMeHHOCTM MO3BOJINAM YCTAaHOBUTb, YTO cpean 64 nnogoe ¢ BIP y
32,8% (21 u3 64) peructpupoBancsa NonoXuTenbHbi pesynbtat PAPP-A,
T.e. OTMeYanucb nokasatenu Huxe 0,5 MoM (19 us 64; 29,7%) u Bbiwe 2,0
MoM (2 u3 64; 3,1%). NMonoxutenbHble pe3ynbTaTbl no free B-hCG 6binu
nonyyeHbol y 20 ns 64 nnonos ¢ BIMP (31,3%), T.e. oTMeYanucb NokasaTtesnu
Huke 0,5 MoM (9 n3 64; 14,1%) v Bbiwwe 2,0 MoM (24 ns 64; 37,5%).

Takum obpasom, B pesynbraTte B 1 TpuMecTpe 6epeMeHHOCTM cpeam
64 nnopos ¢ BIP rpynny BbICOKOro pucka no XA Bowwan 24 6epeMeHHbIX
c BIP nnopa, yto coctaBuno 37,5%.

Mpn panbHenweM HabNAEeHUN B recTaluMoHHOM cpoke 17+0-19+6
HefAenb OGMOXMMWYECKOMY CKPWHMHIY noaseprnucb 43 6epemMeHHble C
Koppernpyembimu BI1P nnoga. lonoxutenbHble pesynbtatbl no AFP
6binM nonydyeHbl y 14 n3 43 nnogoe ¢ BIMP (32,6%), T.e. oTMevyanucb
nokasatenu Huxe 0,5 MoM (10 u3 43; 23,3%) v Bbiwe 2,0 MoM (6 ns 43;
13,9%). Huskue nokaszatenu AFP nosBonaloT 6GepeMeHHbIX C
KoppernpyembiMmu BINP nnoga oTHecTu K rpynne pucka no XA, Torga kKak
BblCOKMe noka3satenu (>2,0 MoM) cBnaeTenbCTBYOT O HalIMYMK MOPOKOB
HeBpanbHon Tpyoku. Mpn Y3U nccnepoBaHnmn gaHHast aHoManmsa He 6bina
O6HapyXeHa.

Mpn panbHenwen TaKTUKN obcnepgoBaHus 38 6epemMeHHbIM ¢ BIP

nnoga BXOAAWMM B rpynny pucka rno XA 6biy10 peKOMeHA0BaHO MPOUTH
HWUMT. PesynbtaTtbl HAMNT no3sonnnun yctaHoBUTbL B 23 cnyvyaax Hanuv4dune
XA, Torga kak B 15 cnyyasax HUINT nokasan oTpuuaTtenbHble pe3ynbTaThl,
yTo cocTtaBusio 39,5%.
Mo pesynbtatam HUMT cungpom [dayHa (Tpucomusi 21) 6bln BbiSIBNEH B
HanbosblueM KonnyecTse 13 cny4yaes, cMHApoM JaBapaca (Tpucomus 18)
B 4 cnyyasax, cuHapom Matay (Tpucomusa 13) B 3 cnyyasix U B 3 CUHAPOM
On Oxopoxu (22911.2 peneuus).

YyBCTBUTENBHOCTb, CNEUNPUYHOCTb U TOYHOCTb BUOXMMUYECKOrO
CKpuHuHra Ha XA npwu BINP nnopga coctasnset 73,5%, 60,8% u 63,5%.

[ns yCcTaHOBNEHUs1 OCOOGEHHOCTEN YNbTPa3BYKOBOW AMArHOCTUKM
NpU COYeTaHHbIX NOpPOKax pasBUTUA NJiofa U XPOMOCOMHbIX aHOMasInAX
Mbl Bblgenunu 2 rpynnbl: 23 6epeMeHHble XeHLWuHbl ¢ BIMP+XA u 41
YXeHLKnHa ¢ koppurmpyembimu BINP. Huxe npepcrasieHo pacnpegeneHme
MOPOKOB MO cucTemMam u opraHam (Taén. 12).

Tabnuua 12
PacnpeaeneHue BpOXAEHHbIX NOPOKOB pasBUTUA MO CUCTEMAM U
opraHam y nnogoB ¢ XA u BI1P

CucTeMbl 1 BMP + XA (n=23) BMP (n=41) Bcero (n=64)
opraHbl abc. % abc. % abc. %
LUHC 18 78,3 25 61,0 43 67,2
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JTnyo n wesn 7 30,4 5 12,2* 12 18,8
CCC 10 43,5 10 24,4 20 31,3
XKKT 4 17,4 7 17,1 11 17,2
MI1C 3 13,0 6 14,6 9 14,1
oac 5 21,7 6 14,6 11 17,2

lMpuMeyaHue: * - 4OCTOBEPHOCTb AaHHbIX MeXay cpefHuMn nokasatenamu npu BIP+XA u
BMP (P<0,001)

pynne »eHLWMKH, Yy KOTOpPbIX 6blIM ANArHOCTUPOBAHbI Pa3iMyHbIe
aHaToMmyeckue aedeKTbl UM OTKIIOHEHUS B pasBUTUM Nnofa, HO 6e3

OBHapYyXXeHus XPOMOCOMHbIX  aHOManumn 6b110 NpeaoXXeHo
NPOJIOHrMpoBaHMe 6epeMeHHOCTM.
Mo pesynbTaTam npoAesiaHHON paboThl, OCOBEHHOCTH

yNbTPa3BYKOBOM OLEHKWU npu co4veTaHHbix BIP wn XA Bkwo4danu
TUMWYHbIE COYETaHMs NMOPOKOB C XA, npeacTaBfieHHble B Tabnuue 13.
Takum 06pa3om, coueTaHne BPOXKAEHHbIX MOPOKOB pasBUTUA Nnoga
C XPOMOCOMHbIMM aHOManuAMKU MNpeacTaBnseT Ccobon Cepbe3HY
ANAarHOCTUYECKYIO  3ajady, TpeOylLlyo KOMIMIEKCHOro noaxoAa.
YcTaHOBMeHMe  TOYHOro  guarHosda Ha  3Tane  npeHaTtasbHoro
obcnepoBaHus obecrneymBaeT CBOEBPEMEHHOE UHPOPMUPOBAHUE CEMbBM,
CNOCO6CTBYET MPUHATUIO OCO3HAHHbIX PELUEHU U MOBbIWAET KavyecTBO
nepuHaTanbHOro yxoga.
Tabnuua 13
Kputepuu paHHen guarHocTuku coyetaHus BIP u XA

XpomMocoMHasa aHoManus YacTtble accoummpoBaHHble BITP

CvHppom [ayHa (T21) BMNC (AMMN, AMXXM, MAMNA), runonna3usi HOCOBOW KOCTH,
LUC, 3XOreHHOCTb KULLEYHMKA, MMenoaKTasus, yKopoyeHue
6enpa, atpesns 12- KULKKN, BEHTPUKYIOMEranums

Omdanouene, nopokun LIHC, MuKporHaTus, HanoxeHue
nanbues, gedekT nuua, KUCTa COCYyAUCTOro ChnaeTeHus,
BEHTpUKynoMeranus

CvHpapom 3aBapaca (T18)

CuHapom lMaTay (T13) ononposaHuedanus,

nonnaakTunna

pacLenuHbl nvua, BI1C,

Heneuus 22q11.2 (Ou
Hxopaxm)

BINC (teTpaga ®anno, NAMA, MNBMB), runonnasus Tumyca

CuHpapoMm TepHepa (45,X) KuctosHas rurpoma Lwewn, ruapoTopakc, KoapKTauusa

aopThbl
Tpunnogus MynbTnknctos, nopokun LUIHC, 3agepykka pocTta
[Mpoune Pepkue Mukpozeneuun/aynnumkaumu
Bbes XA, Tonbko BI1P BMNC, pedekTbl Auua, KUCTbl TFOJIOBHOrO  MO3ra,

aH3XOreHHble NMOpPOKU

B cBA3M Cc 3TUM Hamu 6bla paspaboTaHa TaKTUKa U cTpaTerus
NPOJSIOrHUroOpoBaHMUA 6epeMeHHOCTH npuv KOppernpyemMbix n
HEKOpPPUrMpyeMblX BPOXAEHHbIX Nopokax pa3euTus nnoga (puc. 11)

Mpn AnHamMunyeckomM HabnwoaeHun 143 6epeMeHHbIX C BbICOKUM
puckom XA 6bIn0 pekomeHpoBaHo npoBeaeHne HWIT, oagHako ero
npownn ToNbko 15 6epeMeHHbIx, 4To cocTtaBuno 7,0%. Mo pesynbTatam
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HUMT y 6 XeHwMH noaTBepxaeHo Hanuume XA, uyto coctasuno — 40%.
[Mpn aTOM BO BCex cinyyasx npu npoBefeHnn CKpUHWHra yCTaHOBEHbI
nonoXxutenobHble Y3U 1 6MOXMMMYECKMe MapKepbl Mo BbiiBNeHUo XA. Y
9 »eHwuH HWUMT BbigBun oTpuuaTtenbHbin pesynbtar Hanuuusa XA y
nnoaa. AHann3 nokasars, YTo B JAaHHOW rpynne 6uoXmMmnyeckue mapkepbl
OblIN NONMOXUTENbHbIE, Torga Kak Y3WM mapkepbl 6biin B npegenax
HOPMaTUBHbIX 3HAYEHUM.

B anHamuke HabntogeHnsa 119 6epeMeHHbIX XeHWwnH poaunn 119
peten (110 npoweplme KOMOUHUPOBAHHbIA CKPUHUMHE M 9 ¢
oTpuuaTtenbHbiMK peaynbtatamu HUMT), 3 HUx y 23 poaunuck aetm ¢ XA,
yto cocTtaBuno 19,3%. [Ilpu 9TOM Xo4yeTca OTMETUTb, 4TO
KOMOWHUPOBAHHbIA CKPUHUHI cpean aeten ¢ XA O6bl/1 MOSIOXUTENbHbIM
Kak npwv BbisiBNeHnun Y3 MapkepoB, Tak 1 GBUOXMMMUYECKOro CKpMHUHIa. B
OCTasIbHbIX ClyYasx poANIUCL HOPMaJsibHble AeTu 6e3 NpusHakoB XA.

Bcem 6epeMeHHbIM C KOppermpyembiMu MOpoKamu 6bi1 NpoBeAeH
HUMNT. Mo pesynbtatam HUMT B 23 cnydyasx (35,9%) ycTaHOBMEHO
Hannume XA. [aHHbIM >XEHLUMHaM ObiI0 NpPeasioXXeHo MpepbiBaHne
6epeMEeHHOCTM N0 MEeAUKO-TEHETUYECKMM MOKasaHUAM. 471 >XeHLUMHa C
OAHOMIOAHOW 6GEpPEMEHHOCTbID POAMIM B CPOK C KOpPpPernpyemMmbiMu
nopokamMu pasBuTUA. BceM HOBOPOXAEHHbIM C Koppernpyembimu Bl1P
6bl/la OKasaHa CBOEBpPEMEHHas MeAULMHCKas MOMOLLb, LieSiblo KOTOpPOW
O6blN0  BbINOSIHEHME KoppeKumn BIIP. PacyéT KNueBbIX METPUK
anropuTMa BbISIBU cneaytolimMe nokasartenu: YyBcTBuTenbHocTb (recall)
anroputma cocrtaBuna 99,8%, 4yTto cBuAeTenbCTBYyeT O MOJIHOM

BbIABJIEHNUN BCEX peaJibHbIX MOJIOXXUTEJIbHbIX CJ/Ty4aeEB B AaHHOU BbI60pKe.

YNnbTpa3ByKOBOW CKPUHUHI 6epeMeHHbIX 11+0-13+6 Hepenb rectauum

Koppernpyemble nopoku nnoga He koppe
NOPOKV
AedekTbl n1ua, BPOXXAEHHbIe NOPOKK cepaua, aHoManun passutums XKT, fononposs
YMEpPEHHbIN rmapoHedpos annasus
ny4a, Kun
rMrpoma,
rmapot
Buoxummnsa
PAPP -A -<0,5 MoM lMpepb
Xry ->2 MoM 6epeMe
MNopTBepxaeHne Hanmuns XA no 6UOXMMUYECKOMY CKPUHUHIY
[a Het
[MpepbiBaHue HUMT
6epeMEeHHOCTH
[MoaTBepXaeHne Hannyma Het
XA
[MpepbiBaHue HanbHenwee
6epeMeHHOCTH NPOXOXXAEeHNe CKPUHMHIa
YNbTpasByKOBOMW CKPMHUHI 6epeMeHHbIX 17-20 Heaenb rectauum
Koppernpyemble nopoku naoja | He koppervpyembie nopc
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BeHTpuUKynomMeranus, aedeKkTbl 1La, BPOXXAEHHbIE MOPOKK cepaua,
ANCreHe3uns MO30JICTOro Tena, CUHAAKTUNMUSA, KTMHO4AKTUANS,
KOCONanocTb M cTona-Kayasika, aHomanuu pa3sutmsa XKT (aTpeaus
nuweBoAa U ABeHaALaTUNEepPCTHON KULLKKW, HEMPOXOAUMOCTb
TOHKOIO KULLIEYHMKA, AnadparmanbHas rpbixa u omdanouene),
YMEpPEHHbIN rnapoHedpos

ononposaHuedanus,
Ny4E€BOro KOCTHU, TAX
rmapoHedpo3s, MUKPOL,
(6bunapueTanbHblii guame
1-ro npoueHTuna n HP/F
npoueHTuNs), AHomMal
KOMMJIEKC 3afHEeN Yepert
cuHpgpoma [leHamn-Yokepa
aHOManuu cepaL
JucrnnacTtuyeckoe 3abo
NOYEK M areHesuns n

bunoxmmums [pepbiBaHMe 6epeMel
AFP - <0,5 MoM
XY - >2 MoM
MNopTBepXxaeHne Hannynsa XA no 6UOXMMUYECKOMY CKPUHUHTY
Ha HeTt
[NpepbiBaHue HUMT
6epeMEeHHOCTH
lMoaTeBepxpaeHue Het
Hannumsa XA
MNpepbiBaHue JanbHenwee
6epeMeHHOCTH npoxoxXxaeHue
CKPWHUHIra

Puc. 12. TakTuka 1 ctpaTterusi nposIorHUropoBaHusi 6epeMeHHOCTHU Npu
KoppervpyembiX U HeKoppermpyembix BpOXXAeHHbIX MOpPOKax pasBUTUSA

nnoaa

CneumnduyHoctb pgocturna 96,1%, 4TO oOTpaxaeTt

BbICOKYHO

CNOCOBHOCTb aliropuTMa KOppeKTHO I/I,El,eHTVIq)I/ILI,I/IpOBaTb oTpuuaTesibHble
cnydau " MUHUMU3NPOBATbL  KOJIMYECTBO  JIOXXKHOMOJIOXUTEJIbHbIX

pe3ysibTaToB.

ToyHocTb (precision) 6bina paBHa 93,3%, ykasblBasi Ha BbICOKYHO

JOMO  WUCTUHHbIX MOJIOXMTENbHbIX CPeaM BCEX MONOXUTENbHbIX
npeackasaHuMin  mopgenu. Fl1-mepa, KaK rapMOHWYEcKoe cpefHee
YyBCTBUTENIbHOCTM U TOYHOCTU, AocTurna 96,5%, YTo CBUAETENLCTBYET O
c6anaHCMpoBaHHOCTU MOAENM MO 060MM MokasaTensim. 06Lan TOYHOCTb
knaccudukauum coctasuna 97,5%. (puc. 13)

[laHHble pe3ynbTaTbl IEMOHCTPUPYIOT BbICOKYH AMArHOCTUYECKYHO
HafEXHOCTb anropuTMa cpeam 6epeMeHHbIX C BbICOKUM PUCKOM XA u
BMP 1 yKkasblBalOT Ha €ro MoTEeHUMUanbHyl0 MPUMEHUMOCTb B
KIMHUYECKOWN NMpaKTUKe ANS BeJleHUss 6epeMeHHbIX U3 rpynnbl pucka u
NPOrHo3npoBaTh He6aronpuATHbIE UCXOAbI.

MoBbiweHne  ahEKTUBHOCTU  MnpeHaTaNlbHON  AWArHOCTUKM
CMOCOGCTBYET  CHMXXEHUIO  KOCBEHHbIX  3aTpaT, CBf3aHHbIX C
coumanbHbIMU BbIMsiaTamu, noco6mamMm no BPEMEHHOM
HETPYAOCNOCO6HOCTU  poauTenen,  yxaXuBawluMx 3a  OeTbMU-
MHBaNMAaMK, a TakXe pacxolaMy Ha peabunutTauuio, obydyeHue Wu
aflanTaumio JeTten C BPOXAEHHbIMM MOPOKaMW U  XPOMOCOMHbIMU
aHoOMasnvaMMu.
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CouunanbHas 3HaAYMMOCTb 3aKJlloyaeTCA B MNOBbIWEHUU pPaHHEN
ANArHOCTMKM N NpoduNakTUKM MNOPOKOB  pasBuUTUA njojga MU
XPOMOCOMHbIX aHOMasni, CHMXEeHue 3ab0NeBaeMOCTU U YMEHbLUEHUS
HeoHaTa/lbHOM U MaTEPUHCKON CMEPTHOCTM!.

OKOHOMMSA 3aTpaT g/isa rocygapcrTea 3a 12 MmecsiueB Ha 1 pebeHka
NPU MCMONb30BaHMN NPELSIOXKEHHOro anroputmMa 6yaet cocTaBnsATb — 6
256 325 cym, T.e. coOKpaTuTCA BbinaaTta MNocobun nNo yxomy W
NHBaNUOHOCTM.

3AKJTIOYEHUE

1. PesynbTtathbl YyNbTPa3BYKOBOro CKPVWHWHra: cpeau
06CnefoBaHHbIX >KEHWMH B psge cllyyaeB 6binn  3apuMKCUpoBaHbI
OTK/IOHEHMA B MoKasaTensax, Takux kKak TBIl (cBbiwe 95 npoueHTuNK;
x2=12,86, p=0,002), KTP (Huxe 5-oi npoueHTunu; X2=1532, p=0,002),
runonnasua HK (B 2 pasa Huxe 5-oi1 npoueHTunu; x2=13,66, p=0,003), uto
CBUeTeNbCTBOBANO O BbICOKOM pucke covyetaHun BITP n XxpoMOCOMHbIX
aHoManun. B 4acTHOCTM, TakuMe OTK/IOHEHUS OblsIM XapaKTepHbl ANnd
cuHapomMa [layHa, Tpucomum 18 (cuHgpom 3daBappaca), TpUnaouanm u
APYTUX FreHeTUYeCKux 3aboneBaHnin.

2. BblgeneHbl ynbTpasByKOBble AOMMJepOMETPUYECKNEe KpUTepuu
CKOPOCTU KPOBOTOKa BEHO3HOro Nnpotoka B HopMme, npu XA u BI1P, npu
aToM ana XA xapakTepHbl nokasartenu A 1,65-2,4, Torga kak gna BIP
6e3 y4yeta BIC - PI - 1,15-1,65, BIC co cTeHO30M MarucTpasbHbIX
COCyAOB M KnanaHoB cepgua - Pl > 3,1, a ansa BINC 6e3 cteHo3oM - Pl < 1,15.
YBenuyeHue LLIC 6onee 5-6 MM B 3aBMCUMMOCTM OT CpOKa rectaunun 6bi1o
CBA3aHO C MOBbIWEHHbIM PUCKOM XA, MOPOKOB cepaua u [pyrux
naToNoruu;

3. lpeHaTtanbHbIN CKPUHWHT, BKJ1OYas yNbTpa3BYyKOBOE
nccnegoBaHue, buoxmmmndeckme aHanusol u HUMT, npogemMoHcTpmupoBan
CBOK BbICOKYO apdekTMBHOCTb (100%) B BbISIBIEHUM XPOMOCOMHbIX
aHoManuin npu oTpuLaTeIbHOM BUOXMMUNYECKOM CKPUHUHTE,;

4. Y 49 XeHWMWUH OblN BbIIBNEHbl HE KOPpPUrnpyembie MOPOKM
pa3BuTus, YTo coctaBnsetr 43,4% oT aTou rpynnbl. BceM 6epeMeHHbIM
XXEHLKMHaM C HekoppekTtupyembimn BIlP npoBegeHo npepbiBaHue
6epeMeHHOCTM N0 MeAULMHCKUM nokasaHusaM. Cpeaun Bcex BIP y 64
6bl/IN ANArHOCTUPOBaHbI KOpPpPUrMpyemMble NMOPOKU pasBUTUA Moga, YTo
coctaBnsietr 56,6%. K kKoppurupyemMbiM nOopokKamM OTHOCATCA AedeKTbl
nuua, BpPOXJeHHble nopoku cepaua (BIMC), Takume Kak npaBas
abeppaHTHas NOAKNOYMYHAsA apTepus, NEPCUCTUPYIOLLLAs BEPXHASA nonas
BEeHa, a TakKXe JApyrme aHomanuu, KOTOpble 3ayacTyio He TpeobytoT
KOppekuMn un B cllydae HeobXOoAMMOCTM NOAAalTCA KOPPEeKuun cC
MOMOLLbIO XUPYPruyeckoro BmellaTesnibCcTBa. BaXHO OTMETUTb, YTO 3TU
MOPOKM YaCTO COMPOBOXAA/IMCb C XPOMOCOMHbIMK aHOManusmu (65,6%),
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4yTO AenaeT obsa3aTenbHbIM MpoBefeHNE BUOXMMUYECKOTO CKPUHUHIA U
HEeMHBa3WBHOIO NpeHaTanbHoro TectupoBanus (HUMT).

5. PesynbrtaTtbl nNpoBeAEHHOrO UcCCnefoBaHUMA MoKasanW, 4To
Hanmbonee 4YacTO BCTPEYAKLMUMUCA XPOMOCOMHbIMM aHOMaNuAMMU B
coyetaHmn c¢ BIIP aenatotca Ttpucomum 21, 18 wm 13, a Takxe
MukKpogeneuma 22q11.2. WUx accoumaumss C TUMNUYHbIMWU MOPOKaAMMU
pasBUTUS — TakKUMU KakK AedekTbl MeX>KenynouykoBOM Meperoponkwu,
omdanouene, aHomanuum LHC u pacwenuHbl nuua — nosBonser
BbiCTPaMBaTb OOOCHOBAHHYKD TaKTUKYy [AWArHOCTUKNM U  BeAeHus
6epemMeHHOCTU. [lonyyeHHble AaHHble MOAYEPKMBAKOT HEO06XOAMMOCTb
06A3aTeNIbHOro  NpoBeAeHNA  OMOXMMMYECKOr0 U MOJIEKYNSIPHO-
reHeTU4YecKoro CKPUHUHra y naymMeHToK C BbISIB/IEHHbIMU
yNbTpasBYKOBbIMU MapKkepamu BIP.
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INTRODUCTION (Abstract of the Doctor of Phylosophy)

The purpose of the study study the effectiveness of diagnosing fetal
malformations and chromosomal abnormalities by using combined
ultrasound and biochemical screening and non-invasive prenatal testing.

The object of the research analysis of comprehensive examination
data of 256 pregnant women with a high risk of birth with chromosomal
abnormalities and fetal developmental defects who came for screening
examination in a planned manner.

The scientific novelty of the research:

Ultrasound predictors for the detection of CA, PRF, and their
combination in the fetus during prenatal screening at 11+0-+13+6 weeks
of pregnancy, taking into account their specificity (CA - 85.6%-98.5%;
VPR - 85.6% - 90.3% and VPR+CA - 91.3%-65.2%), which improves the
early diagnosis of these pathologies by 2.5 times;

taking into account ultrasound (TVP over 95 percent; CTR below 5
percentile; nasal bone below 5 percentile and Pl of the venous duct
above 95 percentile; tricuspid regurgitation) and biochemical (RARR-A -
0.35+0.02 MoM (0.2-0.5); HCG - 2.75+0.1 MoM (2 - 3.5MoM) predictors
of fetal chromosomal abnormalities and their combination with
congenital malformations during 1 screening, a pregnancy management
strategy was developed, which contributes to making an adequate
decision on prolonging pregnancy, in general, these markers made it
possible to increase the sensitivity of the screening test by 90% and
improve the prognosis of possible deviations in fetal development;

prognostic ultrasound markers (ventriculomegaly >95 percentile,
bilateral multiple cysts of the vascular plexus greater than 10 mm;
enlargement of the neck fold greater than 6 mm; hyperechoic focus in
the right ventricle of the heart =2 mm; bilateral pyeloectasia =7 mm) of
chromosomal abnormalities screening, as well as predictors of
correctable congenital malformations of the fetus (ventriculomegaly,
facial defects, congenital heart defects, disgene of the mosole body,
syndactyly, clinodaktilia, gastrointestinal tract developmental anomalies,
moderate hydronephrosis), which have specificity and sensitivity - 87.8%
and 92.3%, respectively;

algorithms and strategies for pregnancy prolongation have been
developed, taking into account ultrasound, biochemical screening, and
non-invasive prenatal testing for fetal malformations and chromosomal
abnormalities.

Implementation of the research results: based on the obtained
scientific results, multiparametric ultrasound screening methods for
fetal malformations combined with chromosomal abnormalities have
been improved:

first scientific novelty. ultrasound predictors of the detection of HA,
PRF and their combination in the fetus during prenatal screening at 11+0
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-+13+6 weeks of pregnancy were substantiated, taking into account their
specificity (HA - 85.6%-98.5%; VPR - 85.6% - 90.3% and VPR+HA - 91.3%-
65.2%), which improve the early diagnosis of these pathologies by 2.5
times and are included in the content of the methodological
recommendation approved by the Center for the Development of
Professional Qualification of Medical Workers No. 48 dated 26.02.2025
"Algorithm for prenatal diagnosis of fetal malformations and
chromosomal abnormalities." This proposal was put into practice by
orders of the Republican Specialized Scientific and Practical Medical
Centers for Maternal and Child Health of the Khorezm region (order No.
68-1 dated May 5, 2025) and the Republic of Karakalpakstan (order No.
109-R dated March 19, 2025). Social effectiveness of scientific novelty.
the obtained data contribute to the timely diagnosis and adoption of an
adequate decision to prolong pregnancy. Economic efficiency of
scientific novelty: the cost savings for the state for 12 months per 1
child using the proposed algorithm will be - 6,256,325 soums, i.e., the
payment of care and disability benefits will be reduced. Conclusion: the
clinical effectiveness of the developed ultrasound and laboratory
predictors of fetal chromosomal abnormalities and their combination
with congenital defects as markers of prenatal diagnosis has been
substantiated, which improves the early diagnosis of these pathologies
by 2.5 times.

second scientific novelty. taking into account ultrasound (TVP over
95 percent; CTR below 5 percentile; nasal bone below 5 percentile and PI
of the venous duct above 95 percentile; tricuspid regurgitation) and
biochemical (RARR-A - 0.35+0.02 MoM (0.2-0.5); HCG - 2.75+0.1 MoM (2
- 3.5MoM) are predictors of fetal chromosomal abnormalities and their
combination with congenital defects during 1 screening, which are
included in the content of the methodological recommendation approved
by the Center for the Development of Professional Qualification of
Medical Workers on 26.02.2023, No. 48 "Algorithm for prenatal diagnosis
of fetal developmental defects and chromosomal abnormalities." This
proposal was put into practice by orders of the Republican Specialized
Scientific and Practical Medical Centers for Maternal and Child Health of
the Khorezm region (order No. 68-1 dated May 5, 2025) and the Republic
of Karakalpakstan (order No. 109-R dated March 19, 2025). Social
effectiveness of scientific novelty. a pregnancy management strategy
has been developed that contributes to making an adequate decision on
prolonging pregnancy, in general, these markers made it possible to
increase the sensitivity of the screening test by 90% and improve the
prognosis of possible deviations in fetal development. Economic
efficiency of scientific novelty. increasing the effectiveness of prenatal
diagnostics contributes to a reduction in indirect costs associated with
social payments, temporary disability benefits for parents caring for
disabled children, as well as expenses for rehabilitation, training, and
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adaptation of children with congenital defects and chromosomal
anomalies. The cost savings for the state for 12 months per 1 child will
be 6,256,325 soums. Conclusion: taking into account ultrasound and
biochemical predictors of fetal chromosomal abnormalities during the
first screening and their combination with congenital defects contributes
to the development of pregnancy management strategies and increases
the sensitivity of the screening test by 90%.

third  scientific  novelty.  prognostic ultrasound  markers
(ventriculomegaly >95 percentile, bilateral multiple cysts of the vascular
plexus greater than 10 mm; enlargement of the neck fold greater than 6
mm; hyperechogenic focus in the right ventricle of the heart >2 mm;
bilateral pyeloectasia >7 mm) of chromosomal abnormalities screening,
as well as predictors of correctable congenital malformations of the
fetus (ventriculomegaly, facial defects, congenital heart defects, corpus
callosum dysgenesis, syndactyly, clinodaktilia, malformations of the
gastrointestinal tract, moderate hydronephrosis) are included in the
content of the methodological recommendation approved by the Center
for the Development of Professional Qualification of Medical Workers on
26.02.2023.2025, No. 48 "Algorithm for prenatal diagnosis of fetal
malformations and chromosomal abnormalities." This proposal was put
into practice by orders of the Republican Specialized Scientific and
Practical Medical Centers for Maternal and Child Health of the Khorezm
region (order No. 68- dated May 5, 2025) and the Republic of
Karakalpakstan (order No. 109-R dated March 19, 2025). Social
effectiveness of scientific novelty. the established markers of
chromosomal abnormalities screening, as well as predictors of
correctable congenital malformations of fetal development, made it
possible to improve the prognosis of possible deviations in fetal
development, which have specificity and sensitivity - 87.8% and 92.3%,
respectively. Economic efficiency of scientific novelty. increasing the
effectiveness of prenatal diagnostics contributes to a reduction in
indirect costs associated with social payments, temporary disability
benefits for parents caring for disabled children, as well as expenses for
rehabilitation, training and adaptation of children with congenital defects
and chromosomal anomalies. The cost savings for the state for 12
months per 1 child will be 6,256,325 soums. Conclusion. taking into
account ultrasound and biochemical predictors of fetal chromosomal
abnormalities during the second screening and their combination with
congenital defects contributes to the development of pregnancy
management strategies, including the validity of conducting NIPT.

fourth scientific novelty. algorithms and strategies for pregnancy
prognosis have been developed, taking into account ultrasound,
biochemical screening and non-invasive prenatal testing of fetal
malformations and chromosomal abnormalities, which are included in
the content of the methodological recommendation approved by the
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Center for the Development of Professional Qualification of Medical
Workers No. 48 dated 26.02.2025 "Algorithm for prenatal diagnosis of
fetal malformations and chromosomal abnormalities." This proposal was
put into practice by orders of the Republican Specialized Scientific and
Practical Medical Centers for Maternal and Child Health of the Khorezm
region (order No. 68- dated May 5, 2025) and the Republic of
Karakalpakstan (order No. 109-R dated March 19, 2025). Social
effectiveness of scientific novelty. the clinical effectiveness of
ultrasound and laboratory predictors in the early detection of
chromosomal abnormalities, congenital malformations in the fetus and
their combination serves to timely assess pregnancy and make the right
decision as reliable markers in prenatal diagnostics. A tactical and
strategic approach to prolonging pregnancy has been developed and
implemented, taking into account the results of ultrasound, biochemical
screening, and non-invasive prenatal testing to identify fetal
malformations and chromosomal abnormalities. Economic efficiency of
scientific novelty. increasing the effectiveness of prenatal diagnostics
contributes to a reduction in indirect costs associated with social
payments, temporary disability benefits for parents caring for disabled
children, as well as expenses for rehabilitation, training and adaptation of
children with congenital defects and chromosomal anomalies. The cost
savings for the state for 12 months per 1 child will be 6,256,325 soums.
Conclusion. the use of developed algorithms and strategies for
pregnancy prolongation, taking into account ultrasound, biochemical
screening, and non-invasive prenatal testing for fetal malformations and
chromosomal abnormalities, prevents unjustified pregnancy termination
and significantly saves budget expenditures in the healthcare system by
reducing the number of invasive medical interventions.

Approbation of the research results. The research results were
discussed at 5 scientific and practical conferences.

Publication of the research results. 12 scientific papers have been
published on the topic of the dissertation, including 6 journal articles,
including 2 in national and 4 in foreign publications recommended by the
Higher Attestation Commission of the Republic of Uzbekistan for the
publication of the main scientific results of dissertations, 1 methodological
recommendations.

The structure and scope of the dissertation. The dissertation
consists of an introduction, 4 chapters, a conclusion, practical
recommendations and a list of references. The volume of the dissertation
is 120 pages.
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