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KNUPHUII (noktopiauk (DSc) nuccepranmsicu aHHOTALMSACH)

Juccepranmsi MaB3yCMHMHI [10J13ap0Jiuru Ba 3apypaTu. XOMUJIAHUHT
UpCUl Ba TyFMa KacaJUIMKJIap IpeHaTall JIWAarHOCTHUKACU COFJIMKHU CaKjall
TU3UMUHUHT J073ap0 MyammonapujaH Oupuaup. KaxoH COFJIMKHM CakJall
tamkwIoTUHUHT (OKCCT) mabinymoTiapura kypa «...MpCUH KacaJUIMKJap Ba
TyrMa puBoxiaHuml Hykconnapu (TPH) 5-5,5% uakanoxnapaa kaia KuwinHaAW,
Oynman Ttamkapu xap vwim 303 000 Goma ymoOy KacalumMKiIapAaH XaéTUHUHT
nacTinadku TYpT xadracu MobaliHuaa HOOYM OYnam.....»1. XoMuIa pUBOKIaHUII
HYKCOHJIApU Ba XPOMOCOMa AHOMAJIMSJIAPUHUHI KEHI TApKAJITaHJIUIH IpeHaTal
TalIXMCOT, XOMWJIAQAOpPJIAp CKPUHHUHIM YCYJUIADUHU TaKOMWJUIAIITHPUII Ba
3aMOHABHMIl TepUHATal TEXHOJOTusIapaan ¢oiananuil, MnepuHaTan YiuMm
KYpCaTKUWIAPUHA KAMAUTHUPUIIHUHT MYXUM OMWIHM xucoOnanau. Hacnmit
KACATMKJIAPUHU  TAIIXMUCIAIIAA ACOCMH  YCyl XOMWIAHM  KapHOTHUILIALI
XucoOJaHaau, JIEKWH, Y HMHBA3UB yCcylnl OVnIuO MyailssH napaxkana XOMHIJIaHU
MpeHatan Tap3ga UYKoTUIIra oJul Kenuiiu XaBhu Mapxyl. BuokumEéBuil Tect
Oupranurujga peruoHan GeToMeTpuK Mebepiaap, XOMUIAIard UPCUM KacasIuKIap
Ba TPH 3amonaBuii sxorpadux mapkepiapHu XucoOra oiayBuM xaB(cu3 Ba
caMapajii HOMHBA3WMB IMpeHaTtall TecT Xucobianaau. Xomwia TPHHUHT spra
TallIXMCOTUTAa OWUJI MyXUM Macainajmap Oyiinua MyTaxaccuciapia sroHa
KapallUTapHUHT MaBKyJ 3Maciurd ymoly MacajajlapHu yMyMJlallllaH TapThOa
VpPraHuIIHUHT 1013apOauruHu Oenruiad oepaay.

XKaxoHna XOMUJAHUHT TyFMa HYKCOHJIApM Ba XpPOMOCOMa aHOMAaJUsIapHU
TalIXHCIalAa YIbTPATOBYII Ba OHOKMMEBUMM CKPUHUHT  YCYJJITAPUHUHT
caMapaJIOpJIMTUHU OIIMPUINTa KApaTWIraH KaTop WIMUN-TAaAKUKOTIAp amaira
OLIMPWIMOKAA. YJIapHU aHAJIW3 HATHXKACHUIA, XOMUJIAJAOPIMKHUHT OUPUHYM YU
oiiuryaa pervoHan (PEeToOMETpUK Ba OMOMETPUK MEbEpPIApHU HIIA0 YUKMIILL,
MUKpoIehanusHid dpTa yJAbTPATOBYII TAIIXUCHU MapKEPUHU aHUKJIAIl Ba
XOMHJIaJ]la XPOMOCOMa aHOMAIMSUIAPU XOMUJIAAOp aCHUHT EMmra OOFIUKIUK
WYKJIUTUHUA acoClalll 3apypuaATH aHUKIaHau. lIpeHartan TamxucnamHu acocuiu
Basu(anapaan oupu Oy XOMUIAHUHT XPOMOCOMa aHOMAJIMSUIApY OWJIAH TYFHUJIMIII
xaBhu OYynraH Typyxra KUPYBUM XOMWIIamop aémiapra OWOKMMEBUN Ba
yJABTPATOBYIIl CKPUHUHT, HOMHBA3UB MPEHATal TECT Ba MHBA3UB TAILIXUCOT yCYJIU
€épaamMu/ia TAalIXMCHU TACAUKJIALLL.

byryuru kyHpa pecnyOiukamuzna THOOMET coxacHMHM cudar KuxaTaaH
PUBOXIIAHTUPUII, aX0Jura KypcaTwiaérraHn THOOUN Xxu3MaT cU(aTHHHU OIIUPHII,
KymilajJiaH, OHAJMK Ba OOJIAIMKHU MyXodaza Kwiuil Oopacujia MyasiiH uuuiap
00 OOpUIMOKIA. «...Axoyura THOOMI E€pAaMHUHI camapaaopiuru, cudaru Ba
OMMAaOOIIJTUTHHY OIIWPHII, IIYHUHTACK, THOOW CTaHAAPTIAMITAPUIN TU3UMHUHH
MAK/UTAHTHPUII, TalIXWC KYWWIT Ba JABOJIATHUHT IOKOPU TEXHOJIOTHK
yCYJUIAPUHM SKOPUH OTUII, NaTPOHAX XU3MaTH Ba JUCHAHCEPU3ALUSHUHT
camapaii MOJCIJIAPUHH SPATUII OPKAJIU COFJIOM TYpMYII Tap3WHH KyJia0-
KyBBaTJIalll Ba KAaCa/UIMKJIAPHU TPOQPWIAKTHKA KWJIUII, THOOWW TeHETHKaHU,

"World Health  Organization. Congenital —anomalies, 2016. https://www.who.int/ru/news-room/fact-
sheets/detail/congenital-anomalies
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ammap Ba Oojamapra IIOMMJIMHY Ba MXTHCOCTAINTaH TUHOOW EpaamMHu
PUBOKJIAHTUPHUII ACOCHJIA, 3aMOHABUN CKPUHUHT JACTYpPJApPUHU KOPUN STHIIL,
«Ona Ba 00ja» XyAyIud KyN TapMOKIM THOOMET Makmyalapy Ba MabJIyMOTIIap
TU3UMJIAPUHU MIAKUIAHTUPUII aCOCHJIa OHAJMK Ba OONAIIMKHU MyXoda3za KUJIUII
TM3MMUHU TaKOMUJUIAIITUPHMILL...»?> THOOMH XM3MAT XOMUMIIAPH OJIJMIa KYHHIIraH
acocuil Bazudanapaan Oupuaup. YOy BazudanapHu Oaxapuil Ba XOMHJIAHU
HYKCOHJIApHU ¥3 BaKTHUJA TalIXHMCIAll TU3UMHHH TaKOMUJUIAIITUPUII OoJanap
opacujaa YJIuM KYpCcaTKUYHU KaMaWTUPUIITHI UMKOHUHU Oepaju.

V36exucTon Pecniy6nukacu Ipesunentununr 2017 itun 7 dbespangaru [1O—
4947-con  «Y30ekuctoH PecrnyONMKACHHM SIHAJa PUBOXIAHTHPUIN — Oyiinua
Xapakarnap crparerusicu Tyrpucugant, 2018 #tun 7 nexabpmaru [1d-5590-con
«V36ekucton  PecryOmuKacH — COFIMKHM  CaKJall  TU3UMHHHM  TyO[aH
TaKOMWUIAIITUPUIIT ~ OVHKMYa  KOMIUIEKC  4YOpa-Taf0upiiap  TYFPUCHIA»nTH
dapmonnapu, 2017 imn 20 mongaru [TIK-3071-con «Y36exncron Pecry6mmkacy
axomucura 2017-2021 iwimmapaa UXTUCOCHAIITHPUITaH — TUOOM  €paam
KYPCaATHUIIIHK sTHa/Ia PUBOXJIAHTUPUII Yopa-Taadupiapu Tyrpucunaantu, 2017 iwn
25 nexabpaaru 11K-3440—con «2018-2022 #imnnap gaBpuaa Oonanapja TyFMma Ba
UpCUIl KacaJUIMKJIapHU OapKakT aHUKJIAll JaBjaT JAacTypu TYFpUCHIA»TU
Kapopnapu xamna wmaskyp daonustra TETHIUIM OOIIKa MEbEPUN-XYKYKUN
Xy’XoKaTinapaa  OedrunaHrad — BasvQaldapHd — aMaira  OIIMpUIITra  MasKyp
JUCCEPTALMS TAIKUKOTH MYyaiisiH 1apaxaaa Xu3maT KUjlaaH.

TagKUKOTHUHT pecnydaunka pan Ba TEeXHOJIOTUSAJIAPH
PHMBOXJIAHMIIMHUHI YCTYBOP HyHAJIMULIApra MoOCJuru. Maskyp TagKUKOT
pecniyonuka ¢an Ba TexHosorusiap puBoxJaHUMHUHT  VI«TubOuér Ba
(dhapMakoJoTHs» YCTYBOp MyHaIUIINIra MyBohUK Oa’kapuiraH.

Jluccepranusi MaB3ycH OViiMYa XOPHIKHMIT MIMMII TAAKHKOTJIAP IIAPXH®,
XOMUJIAHUHT TyFMa HYKCOHJIApH Ba XpOMOCOMa aHOMAJIMSJIAPHU TalIXHCcIauiaa
yIBTPATOBYII Ba OHMOKMMEBHI CKPUHUHT YCYJUIADHUHT caMapaJopJIMTuHU
OIIMPUIITa WYHAITUPUIITAH WIMUN-TAAKAKOT UIUIAPU NYHEHUHT KYTUIad eTak4yu
WIMUNA MapKasjiapu Ba OJIMHA TabIUM Myaccacajiapuia, kymiaanaH, University of
Miami,University of Maryland,Children's Hospital of Wisconsin (AKIII); The
Fetal Medicine Foundation, Harris Birthright Research Centre for Fetal Medicine,
King's College Hospital Medical School London, ISUOG, The Royal Australian
and New Zealand College of Obstetricians and Gynaecologists Obstetrics and
Gynecology, Univercity of Exeter (byrok bputanwus); University Busto Arsizio,
Varese  (Urtamus); Institute of Psychology, Erasmus University Rotterdam
(Hunepnanaus); University Obstetricians and Gynaecologists (ABctpanus);
University of Hong Kong, Capital Institute of Paediatrics, University of Hong
Kong Shenzhen (Xwutoii); BioCruces Health Research Institute of Universitario
Cruces (Ky06a); University of the Basque Country (Mcnanus); Institute of Medical

2y 36exucton Pecry6mukacu Ipesunentuannr 2018 itnn 7 nexabpaarn 5590-comnn «COFTHKHY CAK/IAII TH3HMHHH
Ty0/1aH TaKOMMJUIAIITHPHII OYHNYa KOMIUIEKC Yopa-Tagoupiap Tyrpucuaa»ru G@apMonn

3Mluccepranms MaB3ycu 6yiKMua XOPWKHUI HIMUI-TaIKUKOTIAp mapxu Www.barry.edu; www.harrisbirthright.org;
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WWWw.tipme.uzsa 6omika MaHb6anap acocuia aMmaira OLUPHIITaH.
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Sciences University Krishna (Xunaaucron); University of Colombo (KomymOus);
Rehabilitation Institute of Neuromuscular Disease Yonsei University (Kopes);
Tabriz University of Medical Sciences (Dpon); bonamap camomariuru wiMwuii
mapkasu (Poccust denepanmsicn).

YapTpaToBymI Ba OMOKMMEBHI CKPUHUHT YCYJUIAPHUHT camMapaJopJIuTHHU
OolIMpHUII OViiu4a KaTop WIMUN HATHXKalap OJIMHTAaH, )KyMJIaJlaH: HHBA3UB yCYJIU
owian  xomwiaanuHr — JJHKum  kapuworumiam — épmamupga  Xpomocoma
aHoMaMsuTapuHu  aHuKmamra acocnanrad  (Univercsity Hunan (Xwuroit));
XOMMJIAHUHT T€HETUK HYKCOHJIApUHHM SroHa Xpomocoma mukpouuruiap SNP Ba
HouHBa3uB npeHarain NIPT cunamanapu épaaMuia TalIxucian yCyJjiapy UIia0
gukuinrad ~ (Institute  of  Psychology, Erasmus University Rotterdam
(Hupepnanaus)); XOMUIaJAOpJIUK AaBpHUa UPCUN KACAIIMKIAPHU TAllIXUCIAllIa
JJHK  Tamxucotu OpKaJd >KMHCUA XPOMOCOMAIAPHUHI  XYyKaillpajapcus
deTomnaHeTap MO3AIM3MUHUHT caMapajid TallIXUClalra calOui Tabcup
Mexanuamu ucbotrnanran (University Busto Arsizio, Varese, Department of
Obstetrics and Gynecology (MTanus); oHa KOHHM IU1a3amMacuaard OWOKUMEBUMN
MapkepJsiap épaamua aibda (PeTonpoTerH MUKJAOPUHUA KaMalUIIM Ba KYyNaWUIlIN
HaTWXacuja WPCUN KaCaJUIMKIApDHUHT Typu Ba rypyxu ucOotianran (Harris
Birthright Research Centre for Fetal Medicine, King's College Hospital Medical
School London (bytok bputanus); XOMWIaHUHT MEBEPUN  Tapaxkaaa
PUBOXIIAHWIIMHNA OaxoJjaliia yJbTpaTOBYIl CKPUHUHT TEKIIUPYB OaHHOMAacHa
dberomerpuxk YmyoBnap YpHu acocianraH (The Royal Australian and New
Zealand College of Obstetricians and Gynaecologists Department of Obstetrics and
Gynecology Univercity of Exeter (Bytok bpurtanus)); upcuil kacaulMKIapHU
nepuHaTal TalIXHUCalla WHBEHTUPJIAHTaH NyOIuKanusICUMHUHT 8P CUHApOMUHU
18-tpucomusra yxmam TtaptuOm wucoOotTimanran (Gynecology and Reproductive
Sciences, University of Maryland, University of Miami (AKII); xomunagan
Marepuan OJIMHMIIWHUA Tanad 3TaAuraH XOMMJIAHW KapUOTHUIUIANI YCYJIUHUHT
acocwuit Taptubu ucbotrnanran (BioCruces Health Research Institute, Universitario
Cruces (Ky6a)); oHaemMuk OyKOK  KacajllirM  OWIAH  XacTaJlaHraH
XOMHJIQJIOpIap/iaH PUBOXKIIAHTAH XOMUJIAJard TeHETUK HYKCOHJIAP PUBOKJIAHUIII
xycycustinapu ucoornanran (The Fetal Medicine Foundation United Kingdom
(bytok bputanus)); XOMHUIaJOPIUKHUHT OMPUHYH YU OMIIMTHIAa KOMOMHUPIIAHTaH,
STbHM, YATPATOBYII Ba OMOKMMEBHMM TankKukoTiap acocuaa 13, 18 xamma 21-
TPUCOMHSL XPOMOCOM KaCAJMKJIAPUHUHT aHUK TalIXUCTAIl TU3UMU HCOOTIaHTaH
(Univercity of Exeter Byrok Bpuranus)); TyFMa HYKCOHJApU Ba XpPOMOCOMa
AHOMAIMSUTAPUHU  TAlIXUCIAIAA YJIbTPATOBYII Ba OWOKUMEBUN CKPUHUHT
YCYJUIApHUHT ~ camapajopiuru  takomwuiamtupwirad  (TomkeHt — Bpaumnap
MaJIaKaCHHH OIIMPHUII HHCTHTYTH, Y36EKHCTOH).

JlyH€éna XOMWJIAHMHI TyFMa HYKCOHJIaQpM Ba XpPOMOCOMa AaHOMAIMSUIAPHU
TalIXHWClamaa  YJIbTPATOBYIl Ba  OWOKUMEBHMHA  CKPHHHWHT  YCYJUIAPHHHT
camMapaJOpJIMTUHU  TaKOMIUIIAIITHPHIIHU acociam Oyiinda KaTop YyCTyBOp
WyHanmuuuiapa TaaKUKoTIap oaub OOpMIMOKIA: XOMUJIAIOPJIUKHUHT — WJIK
Oockuuiapuaa peruoHan (EToMEeTpUK Ba OHOMETPUK MEBEPIAPUHU XaMmjia
MUKpoIleaussHA 3pTa TAIIXUCIANIHAHT yIATPATOBYIT MapKEPJIApHU UILTA0
YUKUII;, XOMIUIAJOPIUKHUHT OWPUHYHM TPUMECTPUIA YJIbTPATOBYII CKPHHHHT
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TEKIMUPYBUHUHT SIHTH TPOTOKOJWHUW XOMUWJIAHH (HPOTOMATuOysp ViI4oBH,
sxokapauorpaduss MabIyMOTIapu OWIaH TaKOMUJUIAIITUPHUIL,  XOMUJIAJIOP
aénHuHr €mura OOFnMK OynMmaraH TapTuOJa XOMWIa/la UPCUN KacaIUKJIApHU
Ky3aTUIIHUA acocjall, XOMUjaja TyFMa pHUBOXJIAHUII HYKCOHJIAPUHU WJIIK
npeHaTall TalIXWCall CaMapaJopiuruHU  OIIMPUII  MaKCcaauga KOMIUIEKC
HXOrpauK TEKIKUPYB TU3UMUHUA TAKOMULIAIITHUPHUIIL.

MyaMMOHHMHI YPraHwJraHjuK Japaskacd. 3aMoHaBuUil TUOOMETHA
SPUIIUITAH IOTYKJIap Ba JMArHOCTUKAHUHT SHTM WHOOPMATUB YCYJIApUHUHT
xanan yceummura kxapamacaaH 40-60% xonaTaa pUBOKIAHUII HYKCOHJIAPUHUHT
naifjio OynuIl OMWUIApM HOMAbJIIyMIUTH4a KoJMOKAa. [IpeHaran TamixuCHUHT
IOKOpY camapalid yCyJUIapHU KJIMHUK aMajuéTura KUpuil OujiaH, XpoMocoma
aHOMamusUIapu OyiraH OojlalapHU TYFUIUIIHM XaB(hU IOKOpHU OYITaH XOMHIAIOp
anapHu ¥3 BaKTHa aHUKJIAll HMKOHUHU Oepajiy.

«XoMHsia TyFMa pHUBOXJIAHUII HYKCOHJIAapW cabaldiau ro3ara KejaauraH
HOTHUPOHJIMK Ba IOKOPH HEOHATaJ YIUM KYpCaTKUWIAPHHH XMCOOTa OJNraH XoJjaa
MpeHaTal TUarHOCTUKAHN TaKOMIJIIAIITHPHUII YOy XOJaTIaApHUHT OJTUHU OJTHIII
Oopacuaaru sroHa joy3ap0 Ba yctyBop Basuda 0yaub komamu» (Nicolaides KH.,
2016). PuBoxmaHWI HYKCOHJApWHHU 3pTa AUATHOCTUKACH Ba MPOQPHIAKTHKACH
ouniaa TUOOW MaJaHUSTHH OLIUPHUII, a€ilap CATOMATIMTUHU MYCTaxXKaMmJlall,
COFJIOM aBJIOJHUHT TYFWIWIIU Ba TapOUsIIAaHUIIU KaOu yCTyBOp MYHAIUIUIAPHU
amajira OIIMpUINTra WYHaNTUpWITraH acocuid BasudanapaaH OUpU caHaNalU.
«TyrMa nmaTosorusiin OEMOPHHU JaBoJIalll, peabuanTaus KAJINII Ba yMp JaBOMHIA
OokuI 0axocH MpeHaTand JUarHOoCTHKara KeTaJuraH Xapaxkarjap/laH Oup Heua
O0apobap (100 xappa optuk) optud keramu, Oy sca TPH Ouman OGomamap
TYFWJIUIITUHA OJIAMHU OJMII MyaMMOCWHHU COFJIMKHHM CAaKJIAITHUHT SHT J1013ap0
MyaMMoJiapu Katopura Kysaun» (Aimamassa 3.K., 2006). XoMuia pruBOKIaHHUIII
HYKCOHJIApU Ba XpOMOCOMa aHOMAJUSJIAPUHU TAIIXHUCIANTHUHT KYTU1ald ycyiapu
TaKIU( STWITaHJIUTUra KapamaciaH, OYIyHIM KyHAa MakOyd CTpaTerusHu
TaHJala MYTaXaCCUCIAPHUHI KEIUIIYBH WYK. «XOMWIAAOpJUKHUHT I
TPUMECTPHIAa TyFMa PUBOXJIAHUII HYKCOHJIAPUHUHT TMPEHATan yJIbTPATOBYII
JTUATHOCTUKACH KYTI JKMXATIaH KUHWHYWINK TYFIAPMaNId, XOMIIAIOPIUKHIHT
spTa Myanatiaapuaa sxorpadusaan doiganaHuiM Kymiad ycayOuil macananap
euyuMUHM TonumHu Tanad sramgu» (Swedish Council on Health Technology
Assessment).

«ITocTHaTan naBpaa OFUpP HOTMPOHJIMKIA OJIMO KETyBYM Ba KEHI TapKaJraH
XpPOMOCOM KacaJUIMKJIApUJaH Oupu caHaiyBYd JlayH CHHAPOMHUHHU aHUKJIAII
Macajacu KeckuHimruua koiamokaa» (Sonek JD, Nicolaides KH., 2016). «Xo3upru
naiTaa XpoMoCOM KacajUIMKJIAPUHM TpeHATal TAIIXHUCIANIHUHT aCOCHU YCYIHU
WHBAa3WB MyoOJaka Ba XOMUJAJaH MaTepHal OJWHUIIMHU Tajnad dTaJuraH
XOMHUJIaHM KapuoTuiuiam ycynu xucobnanaam» (ISUOG, Consensus statement,
2019). MHBa3uB MyoOJIaXKaJJApHUHT aMalira OIIMPHWIMINN MyalsH Japaxana
mpeHaTan WYKOTUNUIap OwiaH kedaaw, 1y cababnu omepanusiaap Qakar
KypcaTManap MaBXymuruaa Oaxapunaan. XpomMocoMma KacajUIMKIIapu OuiaH
Oonanap TyruidiIM OYilMda 1OKOpU XaB( rypyxura KUpyBUYM a€lIapHU aHUKJIAII
Makcaauna 35 €mraya OynraH XoMuiazop aémiap ypracuua yiabTPaTOBYII Ba
OMOKUMEBUI CKpUHUHTIJaH aloxuga  Ba  TypiH KOMOMHaIMsIapaa
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doiinananunagurad TEKIMUPYBIAP TaKIU( 3TUATAH. «XOMUJIA NATOJOTHUSCUHUHT
KaTTa MHUKIOpAAard OuiBOocHTa OENTHIAPUHM CTAaTHUCTUK TaxJIMIUTa acociIaHTaH
CKPUHUHT JACTYpPJapHUHT SHT KYI camapaJopiiurura XoMujajopiap Makcumal
KaMpald OJWHTaHAa, SbHU TOTal (OMMaBHil) TEKIIMPYBIApJa JPUILIUIAIN
(Menenes M.B., Anremamk H.A., 2016). CyHrru Wwoiapaa akcapust
JaBiatiapja  XpoMOocoMa — aHoManusulapy Ba  xommiaa TPH  anumknam
camMapaJOpJIUTMHU OLIUPHIL YYYH JUATHOCTHKA CE3TUPJIMTMHU aH4Ya Ky4aWTUPHIIL
Ba COXTa MycOaT HaTWwXajlap COHMHA KaMaWTHPUII WMKOHUHHM OepyBYd
OMOKMMEBMIT Ba  yIbTPATOBYII  MapKEpJapUHUHI  YUFYHJIMTHAAH  HOOpar
KOMOMHAIMSUIAHTaH Ba UHTErpajl TECTJIap/AaH, XaM/Jla HOMHBA3UB IIPEeHAaTasl TECTAaH
dboiianaHUIMOKAA.

VrTKasuiran anabuéTiap TaxJIMIM LIYHIAH JanojiaT Gepaaikd, MyaMMOHHHT
nomapbmuru  xomunaa TPHHM »pra KOMILIEKC JMArHOCTUKAcUra OWJI MYyXUM
Macanaap Oyimda MyTtaxaccuciap Owp (ukpra sra smaciaurd OwiaH OOFIIHK.
Kentupwiran MabiayMoTiap HyKCOHJIM Oonajap TyFWIMILM Oyiinda XaB( rypyxura
KHPYBUYM XOMWJIAJO0p aémiapia TyFMa HyKCOHJIAPHUHT 3XTUMOJINN PUBOKIAHUIIVNHA
MIPOrHO3JAlll UMKOHMHUA OE€pyBUM T'€HETUK TEKIIMPUIIHUHI ONTUMAJl JUArHOCTUK
AMOPUTMUHU K371a0 TONUWII Ba WMOUIA0 YMKHUII J0J13ap0d MyaMMoJiapjaH Oupu
SKAHJIMTUHU KypcaTaau. Yoy Myammora OarulUIaHraH aJaOuéTIapHUHT KaMIJIUTH
Ba YMyMJIALITHPWITaH WIUIAPHUHT MAaBKyJ SMAacllul'M MYyTaXacCCHCIAPHUHI Oy
Tondagard HyKCOHJApPHUM 3pTa AaHUKIANI YCyJUIapd Ba 3aMOHAaBUM JUArHOCTUK
XyCYCHUSITIApH XaKH/1a eTapyinya MabIyMOTIa 3ra SMACIUIUIaH Jajioiat Oepau.

Juccepranmss MaB3yCHHUHI JAHUccepTanusi 0a:KapwjraH OJMHA TabJIuM
Myaccacacl WIMMA-TaAKUKOT HILIAPH Ppekajapu OwiaH OOFJIUK/IMIH.
Jluccepranys TagKUKOTH Y30eKncToH Pecry6imkacuna dhaH Ba TEXHOIOTHSIAP
TappaKKUETUHUHT ycTUBOp HyHamumura myBoduk JAUTII-9 «MHCOH wuuku
KacCaJUTMKJIAHUHUHT npoUIaKTUKACH, TalXUCOTH, JaBOJIaII Ba
peabunuramnusacu Oopacuaa SIHTH TEXHOJIOTHUsUIAp HIIA0 YUKHUIID»Y MaB3yCH
xamza TOWKEHT Bpawiap MaJakaCUHU OIIMPHUII UHCTUTYTH «XyCYCHH, YMYMUU
Ba TE3KOp WYHAIMIIJATH >KappOXJHKIA KOPPEKUMSHUHT SHTA YCyl Ba
TEXHOJOTUSAJAPU: KIMHUK aMalln€TAa YJIbTPATOBYII TAIIXWUCOTUHUHI SHIH
TEXHOJOTUSJIADUHUHT YPHU Ba axaMUSATUHU YpraHuIl» MaB3yCH JOMpaCHIA
WIMUN TaIKUKOTIIAp pexacura MyBohuk Oakapuiira.

TagKUKOTHHMHI MaKcaaIM XOMUJIQJOPJIUKHUHT OUPUHYM TpUMECTpUIa
yJITPaTOBYIl Ba OMOKMMEBHM CKPUHMHTMHHU KyJulalml €paamya XOMWIa TyFMa
HYKCOHJApU Ba MPCUWA KaCaUIMKIAPUHU  TalIXHCIall —camMapajopiIuTUHU
TaKOMUJUTAIITUPHUILIAH HOopat

TaagkuKOTHUHT Basudasapu:

XOMUJIAIOPJIUKHUHT | TpuMecTpu peToMeTpuKk Ba OMOMETPUK MEbEPIApUHU
OoIlIKa MaBiatiap KypcaTKuwiapu KUECUM TaxXJIMIMHU YpraHUIl Xamaa peruoHap
HOpPMaTHUBJIAPUHU UILIa0 YUKW,

XOMMJIa TyFMa HYKCOHJIApH, UPCHUH KacaJUIMKJIaph Ba XOMWIALOP AETHUHT
émm xamaa (eroMeTpuK, OMOMETPUK Ba OMOKMMEBUM KYpcaTKUWIap Opacujaru
OOFJIMKJIMK Japa’kacUHU OaxoJal;



xoMuanopaukHuHr 11-14 xadracuaa xomuna TyFMa HYKCOHJIApU Ba UPCHIA
KacaJUTMKJIApUHU aHMKJIAIJA yJITPaTOBYI, OMOKMMEBUNA Ba KOMOMHALMsUIAIITAH
CKpUHUHT 3P (EKTUBIUTMHUA 0axoJall;

SKYHMM  TallXWCOTJAa HOMHBAa3MB  TMpeHaTajl TeCT Ba  HHBAa3UB
MYOJaKaJIaApHUHT UMKOHUSATIApUHH OaxoJiall;

XOMMJIAJIOPIUKHUHT 11-14  xadrtacuga  yJAbTPATOBYII  CKPUHUHT
TEKIIUPYBUHUHT STHT'M MPOTOKOJIMHU TAKOMUJUIALITUPUII Ba acociaad Oepuii,

XOMWJIQJOPJAUKHUHT |  TpumecTpuza XOMHJIA TyFMa  PHUBOKJIAHUII
HYKCOHJApW Ba HWPCUM  KacaUIMKIApUW  dpTa  NOpeHaTal  TaIIXHUCIALl
caMapaJIOpJIMTMHU OIIMPUII MAKCaIu/1a TpeHaTall TEKIIHPYB aIrOPUTMUHH UIILIA0
YUKHIIT;

TagkukoTHUHr 00bekTH cudpatuaa 2008-2018 iwap nmaBommza
PeciyOmmmka “Ona Ba 607a CKpMHHMHT Mapkasuaa Tekmupumgad yrtrad 14550
aéllapHUHT MabJiymMoTiapu Taxyun »twiau. Ly xymnaman acocui rypyxra
kuputwiradn 13797 xomwianop a€mnapnas, 12424 tacm xomuiacujaa XpOMOCOM
KaCAJUTMKJIApU aHUKJIaHUIIM Oyiinya macT XaB( rypyxura, 998 tacu ypra xaBd
rypyxura, 375 Tacu okopu xaB( rypyxura KUpuTuO ypraHwinu. 368 nadap aén
Ha30parT TYPYXMHHM Talkwi 3TAu xamaa PecnyOnmka “Ona Ba 0oyia CKpUHHMHT”
Mapka3yja FeHEeTUK Bpad xucoOuja Hazoparaa Typrad JlayH cuHApoMu OwiiaH
tyruirad 385 Hadap Gosianap aHKeTanapy YypraHud YUKUIIIN.

TagKMKOTHUHT mpeaMeTH cudaTuAa XOMUIAAOpP aél BEHACHUJAH OJIMHTaH
KOH, XOPUOHOUONCHUS, IIIAEHTOONONCUs €plaMK/ia OJIMHTaH XOPUOH Ba IUIALIEHTa
OWonTaTIapyuHu Ba KOPJOIEHTE3 €plaMulia OJIMHTaH KUHJWK TU3UMYacu KOH
HaMyHaJapy OJIMHTaH.

TagkukoTHUHr  ycyJuiapu. Tagkukorna — (eroMeTpuk, OHOMETPHK,
OMOKMMEBHUIA, IMTOTEHETUK Ba CTATHCTHK yCyJulapuaaH GoilaraHuiraH.

TagKUKOTHUHT WJIMHI SIHTHJIMIH KyHuaaruiapaad noopar:

XOMMJIAa YCUIIU Ba YHUHT XaXMUHUHT XOMWJIAIOPJIMK MYyAJIaTUra MOCIUTUHA
oObeKTHB Oaxoyamiga WK JaBpaa (eToMeTpuk MebEpHU KypcaTkuuiapaa
OOIITHUHT TeMa-IyMFa3a YITYaMUHUHT MUHTaKaBHI XyCYCUSTIIAPH acOCIIaHTaH;

OMOMETpPUK KypcaTKHujap xaMja JyMfa3a Tena yiadamu, OViAuH OYyuuiuFu
KJIUHIUTH, OypyH CySTH Ba (PPOHTO-MaHAMOYISP MEbEPIapHU XUcoOra OJraH
XOJI7Ia PUBOKIIAHUII HYKCOHJIAPU Ba XPOMOCOMa aHOMaJusijIapu OMIIaH XOMUJIaHU
npeHaTan uAeHTU(UKAIUSIAIIHUHAT YIBTPATOBYII ME30HIapH UCOOTIIAHTaH;

XOMUJIAJIOPIUKHUHT 3pTa Myanatiapuna Jlayn cuHapoMu Ba MUKpoledanus
PUBOMJIAHMIN ~ XaBOUHM  TACHAUKJIAIIHMUHT  (PETOMETpUK Ba  OHMOMETPHUK
Xycycusitaapu Ba cnequpuk OHOKMMEBMN XaMJa yJIbTPAaTOBYII CKPUHHHT
Me30HJIapyu UCOOTIIaHTaH;

HOMHBA3WB TMpEHATAT TECTHU KYyJUlaraH XoJijla CKPUHUHT TEKITUPYBHIA
XOMMWJIAHUHT  XpOMOCOM  aHOMAJIMsJIapyi Ba  yJIBTPATOBYII aHATOMUSICUHU
sxorpaguk OenrwiapuHu OaxoJjlalmra KOMIUIEKC €HJAIIyB THU3MMH HWILUIA0
YUKUJITaH,

XOMMJIAJJOPIUKHUHT JAaCTIa0Ku O0CKHUIapua XpoOMOCOMa aHOMANIMSIIapu Ba
XOMMJIa HYKCOHJIapu O€NTWJIapuHU Y3 BaKTUJA AaHMKJIAIl Y4yH TEKIIUPYBHU
0ockuuMa — OOCKHY KOMIUIEKC CKPUHHMHT KWJIUII YYYH YJIBTPaTOBYII MPOTOKOIU
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TaKOMMJLTAIITUPUIITAH.

TaaKMKOTHUHT aMaJuMii HATUKAJAPH Kyiuaaruiaapaan noopar:

XOMUJIa JyMFasza Terna Ba GpoHTO-MaHAUOYISAp Yiuamiiapu, OYuH OYIIITHFA
KaJIMHJIUTH Ba OYpYH CYSIKJIAPUHUHT PErHOHAT MEbEPIApH UIILIA0 YUKUIITaH;

IIPEHATAJl CKPUHUHTHA TAaKOMWUIAIITUPHUII YYyH ACOCUM WyHAIWILIAPHU
Oenrmna® onuIl HMMKOHWMHU OEpyBYM WHBA3UB MyoJlakajap HaTKalapu
TaCIUKJIaHTaH,

XOMUJIAIOPIUK MYJAATUHU TYFpU O6axosail, OMOKUMEBUN TUIa3MOIIPOTEUH-A
(PAPP-A), »opkun B-uHcoH XopuoHu roHagorponuHHuHr (B-UXI) Ba
yIbTPATOBYIl Mapkepiap — OYiWuH OVuuiMFu, OypyH CySIKJIapu, IIYHUHIJACK
XOMUJIAHUHT (POHTO-MaHIUOYISIp Yrmyamuapu MebE€ WU KypcaTKU4jIapu Ba
TaKCUMJIAHMIII [TapaMeTpJIapuHu OeNIruiall CTPYKTypacu 0axosaHTaH;

XOMHJIa (PPOHTO-MAHIUOYISAP YITYAMUHUHT HOPMATUB KUHUMAaTIapuiaH 4eTra
OFUIUIAPHU TACAMKJIAII YUYH Takjaug STUITaH CKPUHHHT — MapKEPHU XHucooOra
OJITaH XoJaa MUKpouehanusHu apTa TalIXKCIIa ME30HJIapH
TaKOMUJUTAIITUPUIITAH;

sxorpaguk, OHOKMMEBMI MapaMeTpiiapra acocjaHraH Ba HOWHBA3UB
npeHaTan TecT OwiaH yHFyHJIAraH NpeHaTall CKPUHUHTHU YTKa3WIl YCYJIWHU
TaHJIalll XOMUWJAa TyFMa  pPHUBOXJIAHUII  HYKCOHJAPUHUHT  JUATrHOCTHUK
TaCAUKJIAHUIINHU TAKOMUJUIAIITUPTaH.

TagKMKOT HATHKAJIAPUHUHT WINOHWINJIMIH. TaJIKUKOT UIIK/1a 3aMOHABUI
yCyll Ba €EHAOLIYBIAPHUHI KYJUIAHWITAHJIWTH, HAa3apuid MabIyMOTIAPHHUHT
OJIMHTaH HaTWXajlap OWJIaH MOC KEJIWIIW, OJIMO OOpWIraH TEKIIUPYBIAPHUHT
yCIIyOu# >KMXaTOaH TYFPWINTH, O€MOpJIap COHMHHMHI €TapJIMIUIH, YJIbTPATOBYII
beTomerpus, OMoMeTpusi, OMOKUMEBU, IIUTOICHETUK, HTHCTPYMEHTAJI, J1adopaTop,
KJIMHUK, ()apMOKOJIOTMK Ba CTATUCTUK TAKUKOT yCYJUIApUra acoCIaHWJITaHIUIH,
IIYHUHTJEK,XOMWIAHUHT TyFMa HYKCOHJIApM Ba XpOMOCOMa aHOMAaJusIapHU
TalIXHWClalAa  YATPATOBYII  Ba  OMOKMMEBMI  CKPUHHMHT  YCYJUIAPHUHT
camMapaJIopJIMTMHU 0axoJiall HaTKaJIapu XalKapo Xamaa MaXaJuITuil MabJIyMOTIap
OWIaH TaKKOCJIAHTAHJUTH, YAKAPWIITaH XyJI0ca XamJla OJIMHTaH HaTWKaJapHUHT
BaKOJaTJIU Ty3WJIMaiap TOMOHHU/IaH TaCAUKJIAHTaHJIUTH OUJIaH acOCJIaHTaH

TaagKUKOT HATHKAJAPUHMHI WIMHMH Ba aMajimil axamusiTU. TaaKAKOT
HAaTWKAJTAPUHUHT WJIMHUH axaMUusTH OJIMHTaH XyJioca Ba Takiu@uap Y3UHUHT
Ha3apuil axaMusTra MOJIUKJIUTH, XOMHJIA PHUBOKIJIAHUII HYKCOHJApH Ba
XpoMOcOMa aHOMAIMSJIAPUHU TpPEHaTal TalIXUCOT XYCYCHUATIapuHU Oaxosarl,
XOMHJIa YCUIIM Ba 3pTa MyAdariapia XOMWIAJAOPJIUK MYAJaThra XOMHIIa
VIYaMUHUHT MOC KEJIMITUHU 00bEKTUB 0axoail yuyH (eTOMETpUK Ba OMOMETPUK
MEBEPUN  KYpPCATKUWIAPHUHI PErHOHA  XyCYCUSATIapu, XoMmuja (poHTO-
MaHIUOYJsIp YIYaMUHUA OaxOJIAIHUHT AXOrpauK MeE30HJIapu OelrujaHrad Ba
XpOMOCOMa MaToJIOTUsIapua TyFMa Xamja UpPCUM KacaJulMkiap Oyiinya I0Kopu
xaB( rypyxuHU axparuiiga €paaM Oepaauran KOMOMHAIUSIIIAaHTaH CKPUHUHTHUHT
CE3TUPJINTUHU TAKOMUJUTAIITUPUIIT UMKOHUHYU OepraHyiury OWJIaH W30XJIaHaIu.

TaaKUKOTHUHT aMaiuil axamMHusiTH yJIbTPAaTOBYII Ba OMOKMMEBUN CKPUHHUHT
HaTWXKaJlapura UIUIOB OCPUIITHUHT TaKJIU(] dTUITaH METOJIMKACH COXTa MycOar Ba
coxTa MaH(puU >KaBoOMap JHapakaCMHU KUCKAPTUPHIL, HOWHBA3WMB IIpEeHATAI
TECTHUHT YJIbTPATOBYII CKPUHUHTU OuWjaH Oupranukia YTKa3Wiullkd XOMUIIA
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PUBOXIIAHUIL HYKCOHJIAPH Ba XPOMOCOMa aHOMAJIMSIApU TALIXUCOTH SXIIMJIAII Ba
MOCTUHBA3UB acopamiap XxaBOUHU KaMaUTUPHUII UMKOHUHU O€pHILN UCOOTIaHTaH.
[IpeHaran TEKIIMPYB HATWKAJAPUHUHT HWIIOHWIWJINTUTA TAabCUP KypCaTyBUH
KOMOUWHAIMSIJIAHTaH CKPUHUHTIA MHBA3UB apasialllyBiap YTKa3UIl XyCYCUATIApH
TacOUKJIAaHraH Ba Oy XOMWIQJAOPJApHU OJUO OOpPHUIIHUHI TAKTUK-TEXHUK
aCHEeKTIapUHU TAKOMUJUIAIITUPUII YUYH aCOCUM MyHanmuuuiapHu 6enrunad oepau.
[Ipenatan CKpUHMHTHM  Oaxxapuiljga TaBCHUS  KWJIUHTAaH  TAaKTUK-TEXHUK
aCMEeKTJIApHUHT TAaTOMK OTUIUINM 5SpTa Ba KEUYKM acopariap YacTOTaCHHU
KaMaWTUpULI, LIYHUHTAEK XOMUJIA PHUBOXKIIAHWII HYKCOHJIAPM Ba XpOMOCOMaA
aHOMAJIMSUIAPUHU Y3 BaKTHJa TAlIXUCIANIHU SXIIWJIAll UMKOHHUHHU O€praHiiuru
OusiaH U30XJIaHaIH.

TaagKUKOT HATHKAJIAPUHUHI KOPUM KUJIMHMINU. XOMWIAHUHT TyFMa
HYKCOHJIapM Ba XPOMOCOMA AaHOMAJIMSUIAPHM TalIXWCJIalmga YJIbTPaTOBYII Ba
OMOKUMEBHMI CKPUHUHT YCYJUIAPDHUHT CaMapaJOpiUTMHUA TaKOMUJUIAIITHPHUII
Oyiinya OJIMHraH WIMHIA HaTHXKajaap acocuia:

«XOMUJIAIOPIAPHUHT YIBTPATOBYII Ba OMOKMMEBHI CKPUHHUHTWY» YCIyOui
Ky/utaumacu Tacaukiianrad (CoffMKHM cakiaml BasupiauruHuHr 2016 iwn 29
nexkabpaaru  8H—p/209—con MabiaymoTHoMacu). Ma3kyp yciyOui KyiiaHma
XOMUWJIAJAOPIUKHUHT 3pTa MyAJIaTiIapua XpOMOCOMa aHOMANMSUIaApH Ba TYPJIM XUII
TyFMa HYKCOHJIApHM Y3 BakKTWJa I[peHaTaJ Tamxuciam cudatd Ba
camapaiopJIMTUHU SAXIIWJIALL, UIYHUHTJEK yJIBTPATOBYIILI TalIXUCOT
mUGOKOPJIIAPUHUHT YIIOY 4YeTra OFMIIJIApHM TacAMKiall Oopacuaard OuiInM Ba
MaJjakaJapyuHU KEHralTUpUILI UMKOHUHH O€pras;

XOMUJIAaHUHT TyFMa HYKCOHJapu Ba XpOMOCOMa aHOMAaJMsUIapHU
TalIXHClamga  YJIbTPAaTOBYIl Ba  OMOKMMEBHM  CKPUHUHT  YCYJJITAPHUHT
caMapaJIOpJIMTUHUA TalIxuciam Oyilnya OJMHTaH WIMHN HaTWXajlap COFJIMKHU
cakJjiaul amanuérura, xKymiajaad, Pecybnuka «OHa Ba 00ia CKpUHUHI MapKaszny,
Tomkent Bpawrap MamakacuHu omuvpuil HHCTUTYTH, Hamanran Ba ®aprona
CKPUHUHT MapKaszjapu aMmanuii ¢gaonuarura xopuil KuiuHran (COFIMKHU cakial
Ba3upauruHuHT 2019 iun 12 uronnaru 8H—3/51—-con MabaymoTHoMacu). OJIMHTaH
WIMUANA HaTHKAJTApPHUHT aMalduéTra >KOpUi KWJIWMHUILK MPEHATall TalIXUCOTUHU
amalira OLIMPHUII TAKTUKACHUHU TAKOMUJUIAIITUPHUILL, PUBOXKIAHUII HYKCOHJIApU Ba
XpOMOCOMa aHOMajusiapu OujaH Oojanap TYFUIUINKA XaB( TypyXJapuHU 3pTa
Oaxonaml Ba IMIAKJUIAHTUPHUIN HMMKOHWUHU Owupuin, Xycycan 67,4% xomuiana
XpOMOCOMa TAaTOJIOTUsJIapH, 1y kymiuagaH 76,4% xomunana JlayH Kacayuiury,
coxTa MycOart HaTxanap gapaxacu 12,6% HU aHUKIAIl UMKOHUHY O€pra.

TagKuKOT HATHKAJAPUHUHT anpodamusicd. Ma3Kyp TaJAKUKOT HaTH»Ka-
napu, 8 Ta WIMUN — aMalluil aHXyMmaHiIapAa, )KymjagaH 6 Ta xajakapo Ba 2 Ta
pecnyOnuKa UMUK — aMaJIuid aHXKyMaHJIapyIa MyXOKOMaJiaH YTKa3UJITraH.

TagkMKOT HATHKAJTAPUHUHT JIbJOH KWIMHraHauru. Jluccepranus
MaB3ycH 6yitnya xaMu 27 WIMHIL HII YOI STUITaH 6YIu0, Iynapaas Y36eKncToH
PecniyOnukacu Onuii aTTecTanuss KOMUCCUSICUHUHT JTOKTOPJIMK JUCCEPTALMSIIAPU
acoCUi WJIMMI HAaTWKAJIAPWHU YOIl 3TUII TaBCUS dTWIITaH WIMHM Hampnapaa 11ta
MakoJia, )KyMiaaaH, 7 Tacu pecnyOinka Ba 4 Tacu XOPWIKUU KypHautapja Harip
ATUIITaH.

JluccepranMsiHUHT TY3WJIMINM Ba Xa:KMM. J(uccepranus TapkuOu KUpull,
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Oemra 000, xynoca, ¢oinananuiran agaduétinap pyixatugad uoopat. Juccep-
TAlUIHUHT XaKMH 163 OeTHHU TaIlIKWJI DTraH.

JTNCCEPTAIIMSTHUHT ACOCHUN MA3ZMYHHU

Kupum kucmupa aumccepranys MaB3yCHHUHT JOJ3apOJIUTH Ba 3apypHUsiTH
acocliaHraH, TaAKUKOTHUHI MakcaJu Ba Basudanapu, oObEKTH Ba MpeAMETIApU
TaBcu(dIaHTraH, pecmyoarka GpaH Ba TEXHOJOTHIAPH PUBOKIAHUIITHHUHT YCTYBOP
HyHanmuiiapura MOCJHMIU KYpCaTWUTaH, TAaAKUKOTHUHT WJIMHUNA SIHTWJIUTH Ba
amManuil HaTwKalapu O0a€H KWIMHTAH, OJIMHTaH HATW)KAJIAPHUHT MIIOHWIMIUATH
acOCJIaHTaH, YJIapHUHI Ha3apui Ba aMajMi axaMHsATIapu KypCaTWITaH, TaJIKUKOT
HaTWKaJapUHA aMajauéTra >KOpUN KWJUI pYyHXaTH, WIIHUHT anpoOamuscu
HaTWKaJlapy, Hallp KWIMHTAH WIUIAp Ba JUCCEPTALMSIHUHT TY3WIUIIN OYiinya
MabIyMOTJIap KEJITUPUITaH

JuccepTaisiHUHT «XOMHWJIA PHUBOKJIAHMII HYKCOHJAPM Ba XpPOMoOCOMa
AHOMAJIMSIJIADUHN  YJbTPATOBYII Ba  OMOKMMEBHMH  CKPUHMHITMHUHT
3aMOHABUIl TAJKMHM»e0 HOMIIAHTaH OuUpUHYM O00M Oyiinua Maxaauil Ba
XOPWKUN TaJAKUKOTIAp HaTWXalapyu Ba aJa0METIIapHUHT Oartadcuin Taxjiviv
KEJTUPUJIITaH. [yHuHrI€eK, XOMUJIaIOPJIMKHUHIIPTA MyaJiaTiaapuiari
yIbTPATOBYII CKPUHHMHIJA XOMUJAHUHT TEKIIMPUIAJAUTaH CTPYKTypanapu
V4aMiapyuHU CTaHJApPTIAIITHPHUIN Ba aCOCUWA EHJOLIYBJIAp, XOMUIAIOPIUKHUHT
OMpUHYM TpEMECTpUAa XOMUIA PUBOKIIAHUILINIATA TyFMa HYKCOHJIAPHU MpeHaTall
YIBTPATOBYII TAIIXMUCIAl UMKOHHSTIAPU aKC STTUPWITAH. XOMUIAIOPIUKHUHT
WIK  OOCKMWIapUJa XpOMOCOMa KaCaUIMKJIAPUHUHT TIpEeHaTall 3Xorpadux
Mapk€pJIapuHU aHUKJIAIIHUHT  ad3auivkiapd Ba KaMUYWJIUKIApU — TaxJIdI
KWIMHTaH, IIYHUHTAEK, Ma3Kyp MyaMMOHHHT Y3 €4YMMUHU TONTaH XaMJa €4uMU
TONUJIMIIY JIO3UM OYJIraH acreKkTiapyu OeNruiIaHraH.

JuccepTauusiHUHT «XOMHJIA PHBOKJIAHMII HYKCOHJAPHM Ba XpPOMOCOMa
AHOMAJIMSIJIADUHN  YJbTPATOBYII Ba OHOKMMEBMII CKPUHUHI OaxoJsamn
MaTepHaJl Ba ycyJiapmw»1e0 HOMIIAHTaH WMKKMHYM O0OMIa KIMHUK MaTepuall
TaBcuu KeaTupwirad. YMmymuid 14550 Taxymn KuiauHTaH aHketanapaad, 13797
XOMHJIQJOp aéijap acocuil rypyxra KupuTwiran OymmO, ymapnan 12424 Ta
XOMUIaJ0p aéiap XOMUJIACHJa XpPOMOCOM Kaca/UIMKJIapy aHUKJIAHUIIM Oyinda
nact xaBd rypyxura, 998 ¥ypra xaBd rypyxura, 375 10kopu XaBd Trypyxura
KUPUTHIIIH.

OxorpaduK TEKIHMPYBIAa XOMUJIAJAOPJIHK KapaéHu acopatiapcu3 keuran 368
Hadap aéa Ha3opaT IypyXMHU TAIIKWJ 3TraH. Yly rypyxjard XoMuianap Temna-
IyMFasza yimdamu, OYWUH OVIUTMFU KAJIWHIUTH, OypyH CysTH Yadamu Ba (ppoHTO-
MaHIUOYJSIp YIYaMIApHUHT HOPMATUBIIAPUHU YpraHUIla KyJUIAaHUIITaH.

Xamaa Jlayn cunzpomu Ounan tyruiran PecmyOnmmka «Ona Ba Oousay
CKpUHUHT MapKasuja reHeTUK xucobuma Hazoparna Typrad 385 Hadap Oomamap
aHKETAJTAPUHUHT PETPOCIEKTUB TaXJIUIU KEITUPUIITaH.

TaakMKOT Makcagura O>pUIIMII Y4YyH KyHWiIraH Basudanap €YMMUHU
TOMMILZA XOMWJIaJa TyFMa Ba MPCUM (XpOMOCOMA) KacaJUIMKIIAp PUBOKIIAHUIIN
Oyiinua [OKOpM xaB( Trypyxura XOoMWiIaaop aéulapHd TaHyiad OJUIl Y4yH
MpeHaTan JUAarHOCTHKAaJa KYJUIaHWIaguraH Oapua ycyiuiapiaH (oiiagaHuiIu.
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Maxcyc nabopaTtop TEKIIUpPYB yCyJIapHu TYIJIaMH KyWHJaru acocuil ycyljapHU
¥3 Wuura OJIu: yIBTPATOBYII TUATHOCTHKA yCYyJUIapu (YIbTPATOBYII (PETOMETPHS,
OmomeTpusl); KOHHUHT dMOpHUOHAN MapKepiy 3ap/i00 OKCUJIJIapUHU OMOKUMEBUI
TEKIIUPYBU; HOMHBA3UB MpPEHATAI TECT.

XopuoHOHUOMICHS, TIAIIEHTOOHOIICHS €p/laMUia OJIMHTaH XOPUOH Ba TUIAlleHTa
OWonTatiapyuHu Ba KOPJOIEHTEe3 €paaMulia OJIMHTaH KUHJIWK THU3UMYacu KOH
HAMyHaQJIApUHU LUTOTCHETHK TEKIIUpUIl ycyiuiapu; [layH kacamiuru Ousad
OOJaHMHT TYFWIMII XaBUHU MaTEeMaTHK XHUCOONall yCyJlap, MaTepuaira
CTaTUCTUK UIIUIOB OEpHIIl YCYyJIIIapH.

XOMMJIaHMHT JyMFa3a TemnayiuaMu, OYWWH OYIUIUFU KaJWHIWTH, OypyH
CYSAKJIapU Y3YHJIUTH Ba (POHTO-MAHIUOYISP YTYAMUHUHT HOPMATUB MPOICHTHI
KYpCaTKUWIAPUHU UIUIA0 YMKHUII YYYH 3XOrpaduk TEKIIHUPYBAA XOMUIAIOPIUK
*apaCHHU acopaTyiapcu3 KeuraH Ba Ha3opaT Typyxura kuputuwirad 368 nadap acn
tekmmpuiaan, myHgaH 85 (23,09%)ra aén xomwmmamopaukHUHT 11-xadTacuma,
103(27,99%) Ta aém - 12 xadracuma Ba 180 (48,91%) Ta aén
XOMUJIQIOPAUKHUHT 1 3 xadTacuaa TEKITUPUIIIH.

XoMuIIacuia PUBOXKJIAHUII HYKCOHJIapu Kaiin stunranH 344 nadap acmiap
aHKeTaJlapy XxaMJa XpoMocoMa aHOMallsapu OuiaH Oonajiap TYFWIMILK Oyin4a
¥pTa Ba 10KOpH XaBd IypyXura KUpraH MHBa3WB MyoJjaxa yTkazuiraH 88 Hadap
aéllap aHKeTanapyu TaJAKUKOTHUHI Aacocuid Basudaiapud €YUMUHU TOIHWII
MaKcaaua, ’ibHU MUKpoledalusiHU dpTa TalllXUcalaa ssHru napametp (hpoHTo-
MaHIuOysip  ynmyam) naH  (QoWjgamaHuIn  caMapajopiIMTMHM  OaxoJiall;
XoMmIanopaukauHr 11-14 xadTacuaa yabTpaTOBYII CKPHUHHUHT TEKITUPYBHUHHHT
SIHTH TIPOTOKOJIMHHA TAKOMUJUTAIIITUPHUII Ba acociad OepHIll; XOMUIIA; PUBOKIIAHUIIT
HYKCOHJIapU Ba XpOMOCOMa KacCayUIMKJIApPUHU JpTa TallIXUCTalaa IpeHaTall
sxorpadus UMKOHUSATIAPUHH aHUKJIAI MaKCaauaa YpraHuiIu.

KoMmieke KIMHUK-WHCTPYMEHTAN, yJIbTPATOBYII, JabopaTop TEKIIMPYBIAp
V36exucron Pecry6nukacu «OHa Ba 6oa CKPUHUHTH» Mapkasu Gaszacuma 2008
vungan 2018 innraya 6ynran naBp mobaitHuaa yrraszunau. XKamu 6ynmm614550 ta
TEKIIUPYB YTKa3wirad, myHgad 14165 (97,4%) ynerpatoBym, 13821 (95,1%)
ouokuméEBnii Ba 88 (23,5%) uHBa3uB TeKImMpuI ycysuiapu Ba 385 (2,57%)ta layn
CHHIpOMH OwiaH Tyruiaran 6oua, 18 (4,8%) Ta npenarain Tecr.

14165 Ta ynpTparoBym TekmupyBugaH 13821 (97,6%) Tta ¢duszmongoruk
XOMHJIAJIOpAuKIa (eToMeTpuk Ba OMOMETPUK TEKIIMpYBiIap YTKasuwiaran, 344
Tacuja XOMUJIQJIOPJIMK acopariiap OuilaH KeuraH, NIyHJIaH XOMHJIa PUBOKIIAHUII
Hykconnapu 212 (1,49%) Ba akymepauk matosorustiapu 132 (0,93%)
TacauKiIaHraH, Xxamaa 375 (2,65%) nadap xomunamopaa — 60JaHUHT XPOMOCOMa
aHOMAaTMSIIIapu OWJIaH TYFUJIUI XaB(PU IOKOPUINTY aHUKJIAHTaH.

KonTtpon rypyxu aémmapu y4dyH aHKeTanap KyHumarda Me3oHnap Oyiinya
TaHa0 oJiMHraH: Xxomwiaaopiap €mu 18 man 42 €mrava; 26-30 KyHJIUK UK
OXUPTH Xal3 caHacu €KW XOMUJIQAOp OYIWIN caHAaCH aHUK MablIyM; Xai3
KYHJaQpUHUHT JABOMUMJIMIM 5 KyHrada, XOMWJIAIop OYIuIn Iukiurada 3 ou
JaBOMHJIA Opajl KOHTpAIENTHBIAPH KaOysl KHJIMHMAraH, XOMWJIAJOPINKIAp COHU
1-10; xoMuIaAOPIUKHUHT (DU3UOJIOTUK KEUHIIH; XOMHIAJIOPJIMKHUHT OUpop Oup
naToJjiorusi Oenrunapucus OMp XOMUJIAUTH, YaKajloK/la MPCUN MaTOJOTHsIIap Ba
PUBOKJIAHUIII HYKCOHJIApUHUHT UYKiury; Tyrpykiaap 37 xadranan 40 xadraraua
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O0ynmu6 yrrannury; Tyrunranaa 6omanuHT Basan 2500 man 4640 r, 6yin 46 nan 61
CM MebEpUll KypcaTKuwiap derapacuia OyiraH; XOMWIAJOPIUK MaiTHIa OHAla
apTepuai TUIEePTEH3Us, KaHIJIM ha0eT Ba KATKOHCUMOH 0€3, CHHIUK a)KpaTuIll
TU3UMU KacaJUTMKJIapy, YTKUP IOKYMJIU Ba TeHUTAN KaCAITUKIAPHUHT WY KIIUTH.

JluccepTaurstHUHT «XOMWJIAZAO0PJIUKHHUHT 11-14 xadgranuruaa
deToMeTpuk Ba OMOMETPMK KYPCATKHYIAP MebEPHIl KYPCATKHYIAPUHH
HIIad YuKUND» €0 HOMIIAHTaH Y4YyWHYM O000uja YTKa3uiral TaJKUKOT
HaTWXalapyu TaxJuwil KwinHrad. [ectanmuss wynaaTiapura OOFIMK — XO0J71a
XOMMJIAHUHT JyMFa3a Tema CysArd yiauamu, OVHUH OYIITUFU KAJIUHIUTH, OypyH
CySIKJIapH y3yHJIUTY Ba (POHTO-MaHAUOYJSpP YIUaMUHUHT HOPMATUB MPOLICHTHII
KYpcaTKUYJapuHy HIUIA0 YMKHUII Y4yH XoMuianopiaukHuHr 11-14 xadracuma
sxorpaduK TeKIHUpyBIap 368 Hadap aéiaa YTKA3WIAH. Y TKA3WIraH TaiKHKOTIAp
IyMFa3a Tema Cysard yiadamu, OYWuH Oyuuuru Kamuwiurd ymgammapu 100%
XOMWJIAIa YPraHWIIJIA.

®u3noNOruK KedraH xXoMmwmwiagopaukauar 11+0-13+6 xadracmma 368
XOMHUJIQJIOpJia JlyMFa3a Tema CysIrd YyiIdaMu KaTTaIUKIapUHU aHUKJIAl Y4yH
yIbTPATOBYII (eToMeTpus Ba Ouomerpust YyTkazwigu. Jlymrasa Tema cCysru
Vayamu Yadamu xap Oup XoMuiaaa UKKYA MapTaJaHd YIdaHJId Ba UKKUTA YI4OB/IaH
¥pTaua KarTanuru Tanaad onuHau (1- pacm).

1-pacm. XoMmwiIagopJuKkHUHT | TpuMecTpAa CKPUHUHT YTKA3UII YYYH
XOMMJIAHUHT AYyM CYSITM- KAJUIAHUHT Tena cyaruHuHr FMF (Mm) yiauamu

Jlymraza Ttema CysArd YIYaMUHUHT YOy KAaTTAIMTUHH XOMUJIQJAOPIUK
MyJJaTUra MOCIWTMHHA aHHWKJAIl YYyH MYHTa3aM Xai3 LUKIAard OXUpPTd Xau3
KYPHUIIl CaHAacUra acocClaHTaH XOMUJIQJOPJIMK MyJJIaTH OWjlaH XOMHJa JTyMFasa
TeMa CysArd yidaMH KYpCaTKW4YW acoCHa XMCOOJAHTaH XOMMJIAJIOPJIMK MYAJaTH
Vpracunaru dhapk 6axoaaHIu.

Oxupru xai3 Kypull caHacld Ba XOMWIa JyMFfa3a Tela Cysard yirdamu
KypcaTkuuu Oyilmdya XucoOJIaHTaH XOMUWJIAJOPJIUK MyJdaTiapu ypracuaara gapk
5 KyHJaH KaM OynraHaa XOMWIAJIOPJIUK MYJIaTHHU OXUPTU Xai3 caHacu Oyinya
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aHukKIaHau. by dapkmap 5 KyHIaH OpPTHK OyiraH XoJaTAa XOMUJIAIOPIIHK
MyIgaTH JAyMFa3a Tema CyArd yadamu KypcaTKU4yd Oyinda aHMKIaHId. Xau3
LUK MyHTa3aM OyJaMaraH xoJiaTjiapAa XOMMJIAJOPJIMK MyAJaTIapuHU aHUKJIalll
yUyH XOMUJIa AyMFa3a Tema CysAru yardamu Kypcarkuuiapuiad ¢oinananmigy (2-
pacm.).

100
80
60
40
20

0

S OpOLIEHTUIIb 50 mpoueHTUIb 95 npoueHTuIb
Bl 11 xadra B 12 xadra = 13 xadra

2- pacM. XOMWIATOPJIUMKHUHT (PU3HOJTOTHK KEUHIIHAA XOMUJIAHUHT
AYM¥a3a Tena Cysru yadyamMmu (Mm)

byiiun OynumMFy KaauHiIurd, OypyH cysrd Ba (pOHTO-MaHIUOYISAp Yiadamu
Kabu OMOMETPUK KYpCaTKUWIApHU Oaxojiall JyMmMFaza Tema CysSIrd YidaMmu
KaTTaqurura OOFffuK, OyHJla XOMWJIAHMHT JyMfa3za Tera CysIrd YI4aMUHUHT
muauman karraauru FMF Mabnymornapu Oyiinua 45 MM HU TalKwil 3Taau, Oy
XOMUIaAOPIUKHUHT 11-XadTacura Moc kKenaad, MakCuMall yidamu 3ca 84 MM HU
TalIKWJI ATaau, OW3HUHT HAaTWKajJapuMu3 Oyiinua 3ca JyMFasa Tema Cysru
VI4aMUHUHT MUHUMAJ KYypcaTKU4u 42 MM HU, MaKCUMaJl KypcaTKuy 3ca 77 MM HU
Tamkui 3Tau. Kaia st J103uMKH, IyMFasza Terna Cysard yadaMu MeIuaHaCUHUHT
uniad uukuiaran ymuamiapu 11 xadgramukna 46,2+£3,1 MM, 12 xadranukga —
56,9+3,8 Mm,13 xadbramukma 69,1+3,7 mm Tamkun kuiagu (p<0,001, xydt t-Tect)
(3- pacwm).

XOMMIIAIOPJIMKHUHT OUPUHYM TPUMECTpHUAA KOH 3apAo0U OKCHUIIMHUHT
XOMHJIQOpAuK OunaH Oornuk A koHuentpamusicu (PAPP-A) Ba B-UXT
KOHIIeHTpalusicu xomunanop 368 nadap aénna xommnagopiaukauar 11 xadra 1
KyHHU- 13 xadTa 6 KyHH MyAaaTiaapuaa TEKIIAPUIIH.

buokuméBuii  mapk€pnapHu  ypranumiga — aHukiIaHaukd, — PAPP-A
KOHLIGHTpAUUsACH XOMMWJIAJOpAuKHUHT 11-xadracuga yprawa 1,46 MoM, 12-
xapracuma-1,41 MoM Ba 13 xadracuga — 1,38 MoM tamkun kuiau, UXT
KOHIICHTPAIUSCH XOMIUIAIOPIUKHUHAT Oy MyanaTinapuaa yprada 1,31 MoM, 1,34
MoM Ba 1,41 MoM wmoc paBumaa 6ynau, UXI' HUHT AyMFa3a Tena cysaru yadamu
MycOaT KOPpPEJSIIMOH OOFMMKIWTY aHuKiIaHau, PAPP-A manduil xoppensunon
OOFIMKJIMKKA 3ra OYIIIH.
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3-pacm. XOMHJIATOPJMKHUHT | TPUMeCcTPUIa CKPUHUHT YTKA3UII YUYH
XOMMJIAHUHT JyMFa3a Tena Cysird ya4amMu (Mm)
bu3z OVilMH OYUIIUFY KAIMHIUTH KYPCATKUWIAPUHUHT XOMMJIAJOPIIUK
MyZaaTiapura OOFJIMKJIUTUHUHT ~ PETPECCHOH TaxJIMJINHU VTKa3IuK.
XOMUIAIOPJIUKHUHT OUPUHYM TPUMECTPHUIA XOMWIAIAPHUHT OVIUH OYIUIMFU
KUIMHJINTA ~ KYpPCaTKUYJIAPUHU TaKCUMJIAHWIIMHUHT Tpaguk Ba MaTeMaTHK
Tax I HaTuxanapu l-xkansan kentupuirad (p<0,001, xxydrt t-Tect).

Kaasaa 1
XOMUJIAHMHT OYMUH OYULJIMFY KAJIMHIUTH MebEPUil KYpcaTKUYIapu (Mm)
XOMUIaIOPIMK My IIaTH [IpoueHTHIIB
5-HuYHn 50-Hun 95-Hun
11 xadra O xyn — 11 xadra 6 KyH 0,7 0,8 1,0
12 xadra 0 xyn — 12 xadra 6 kyH 0,7 0,9 1,2
13 xadra 0 xyn — 13 xadra 6 KyH 0,8 1,0 1,4
byiiun  OyuumMFKM  KaIWMHJIWTK ~ KaTTaJallyBd  XOMWJIAa  XpOMOCOMa

MATOJIOTHSICHHUHT Mapkepu XucoOmananu. byinH OVIUIMFY KATMHIUTHHY YTdarl
OUTTa TEKIIMPYBJAa UKKU MapTa/iaH amajra OUIMPUIIIM Ba UKKUTA YIYOBIAH yuIoy
KYpPCaTKUYHUHT MakCHUMaJl KWAMaTu TaHaad oquHau. butra Xomunana yTkazuiaran
OMpUHYM Ba UWKKWHYU YIo4oBHa OYHMH OYVIUIMFM KaTWHIUTH KYpCATKUYU
cesunapiu papximanmanu (p<0,001, xydt t-rect) (4- pacmra KapaHr).

OnuHran HatwKajgap TaxjIWiId OYWuH OVIUIMFU KAJMHIUTH OWiaH JyMFasa
Tema CcysAru yiayamu ypracugabeBocuTa MPONMOPLHOHAN OOFIMKIMK MaBXYy.d
AMACJIMTUHY KYpcaTau: XOMUJIAHUHT JyMFa3a Tena Cysrd yadamMu OpTUIIN OuiIaH
YHUHT OVIUH OYIUIMFU KQJIMHIUTH Y3rapMaju.

Mucon yuyH, xomuna 11 xadranuk Mygaaruaa gymrasa Tena Cysru yiadaMmu
42-50 MM Oynranga yHUHr OVIMH OYIUIMFU KalIMHIUTU KypcaTkuuu yprtaya 0,8
MM HHU TallKWiI KWy, 12 xXadranukna aymraza Tena cysaru yiadamu 51-57 mMm
oynrannga Oy kypcarkuu yprtada 0,9 mm Ba 13 xadranukna mymrasa Tena Cysru
Ymuamu 58-77 MM 6ynranga Oy kypcaTkuy ypTaua | MM HU TallIKWUII 3TIU.
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4-pacM. XOMHJIAHUHT OVIiUH OYIIJIMFU KAJTHHJIUTH (MM)

XoMuiaza XpoMocoMa MaToyIoruscu XaB(GUHM Oaxonamga XOMHJIAJOPIUK
MyJAaTUAaH KaThbUl Hazap OVHMH OYIIIUFU KAJWHIUTH KYpPCAaTKUIMHU OaxoJall
MyMKHH, Oy XOMWWIaJa XpOMOCOMa KAaCAJUTMTMHU aHHMKJalia ymoly MapkEp
caMapaJIopJIMTMHU OIUpaad. 375 Ta 10KOpU XaB( rypyxura KUpyBUYM aéiiapiaH
95 Tacupa OViMH OYUIUIUTY KaIWMHIUTH 2,5 MM JaH 7,9 MM rada KeHraranjiuru
Kaiin sTwiran Oynu6, ymappan 12 nHadapuma 21 XpoMocoma TPUCOMUSICH
tacnukiaaHau. 998 ta opanuk xaBd rypyxunaru acémiapjaaH ourracuna (OYiHMH
OyuumFn Kanuaaurd 1,9 MM) Ba mact XxaBd rypyxuaaru aémiapaad 13 nadapuna
(6y#uH 6yuumEn Kamuaaury 1,7-2,1 Mm) coxta MaHQuil HaTHKa Ky3aTHIIH.

TagkukoTnapaa OypyH CysKJIapyd MaBXyJIMTHA Ba MaBxXyJl sMmacauru 368 Ta
XOMHJIaJa 0axoyiaH . XOMUIAAOPIUK MyJJaTUra OOFIMK X0Jd4a XOMHiIa OypyH
CysIKJIapy Y3YHJIMTMHUHT OJIMHTAaH HOPMATHUB KYpCATKW4JIapW MPOLEHTUI 3TPHU
yu3uKiIap Kypunuimuaa (5-auu, 50-04u Ba 95-HuM npoueHTHUIapaa) udoaaianam
(xansan 2) (p<0,001, xxydt t-Tec).

bynna xypcartkuunap S-HYM TPOLECHTUIAAH Kam Oyiranga OypyH CysKJIapu
TUTOIUIA3KACH XMCOOIAaHAIU. S-YM TPOLICHTUIT XAKUJArd MablIyMOTIap aloXuja
BTUOOpPTa MOJIMK, YYHKH Oy KYpcaTKU4 XOMMIa OYpyH CYSIKJIapU Y3YHJIUTHHUHT
MEBEPUM  KYPCATKUWIAPUHUHI KyHHM YErapacMHU Ba XpPOMOCOMa AaHOMAaJlvs-
JApUHUHT MapkEp caHamyBud OypyH CysSKJIapuaarud THUIOIUIa3usi ME30HU
XUCOOJIaHa M.

by xypcarknu xomunagopiaukHuHr 11—xadracuma 1,6 mm Ba 13-xadracuna
2,5 MM HU TalIKWI KWIgd. BypyH CysSKIapUHMHT MaBxXyJ Oynmaran Oapua
xoJutapuaa 21-xpoMocoMa TPUCOMMUSICH TacCAWKIAHIU. DABapi CUHIAPOMH OWJIaH
aca KYMUUIUK XoJutapja OypyH Cysard 3xorpaduk Kaij KWIMHIW, IMIYHUHT Y9yH
OypyH CysTH Y3YHJIUTHHH V4all XOMIUIAJOPIUKHUHT OUPUHYMA TPHUMECTPIa
XpOMOCOM  aHOMAJUMSJIApHUHT  OOIlIKa Mapkepiapu OwiaH  Oupraimukiaa
OaxoJsaHaIu.

Kaasaa 2
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XoMuJia OypyH CySIKJIapH Y3YHJIUMTHHUHT HOPMATHB KypcaTKuWwiapu (Mm)

[IponenTunp
AOMHIIAZIOPIIHK My/TATH S5-HUH 50-Hun 95-Hun
11 xadra 0 xyn — 11 xadra 6 KyH 1,6 2,6 3,2
12 xadra 0 kyn — 12 xadra 6 kyH 2,0 2,9 3,6
13 xadra 0 xyn — 13 xadra 6 xKyn 2,5 3,2 4

AMMO XpoMocoMa KacCaJTUTH KalJ dTWITaH akcapuaT XoMuianapaa OypyH
CYSAKJIapU XOMIJIAJOPJIUKHUHT OUpUHYM TpuMecTpuaa €K KypuHamu, Oy OypyH
CySKJIapWHHM OaxojalilaH XOMUJIa XPOMOCOMa TMaTOJIOTHSICHHUHT STOHA MapKepu
cuaruaa doiinananum UMKOHUHU OepMmaiinu. 11y ca®abmu XoMHIagOPIMKHUHT
OMpUHYM TpPUMECTpHIA XOMHJIA XpOMOCOMa MAaTOJOTHUSJIAPUHUHT — OOIIKa
Mapkepiapu OuiaH Oupranukia OypyH CysKJIapu y3yHJIMIMHU Yiadall Makcaira
MyBOGUK caHanaau (5- pacMra Kapasr).

S-pacMm. 13 xadpraauk XoMHIAZOPJINK: A- MebEépaa OYPYH CySIrd KYPUHUIIU
Ba b- JlayH cHHAPOMH KaiiJ I TWITaH XOMMHJIaAa OYPYH CysIKJIapH
TACBUPHUHUHI HYKJIUIH

Mynaait  kunub, OYHMH OYUIIMFU KaduHIMIK Ba OypyH CysKIapu
Y3YHJIMTUHHA 0axojam XoMWiIagopJukHUHT | Tpumectpuaa xomunana Jlayx
CUHJPOMUHUHT YJIbTPATOBYII CKPUHUHTH CaMapaJIOpPJIMTUHU OIIMPUILI YUYH
Oomka sxorpaduk Mmapképiap OwiaH Oupragukaa KyJiam MyMKUH OYyiraH
MYyCTaKuI KypcaTKuuiaap XucoOnaHaau. Mucosl y4yH, OU3HUHT TaIKUKOTHUMU3/IA
OYViMH OYIUIMFY KAJIWHJIWTUHU allOXHMIa KYJUIall ce3rupiauru xomuinaaa JlayH
CUHJIPOMUHU aHUWKJamaa 66,4%Hu TamKkuia dTAU, OYHUUH OYIUIUFU KaJUHJIUTHHA
Oaxonam Ba OypyH CysKJIapy Y3YHJUTMHHU Yyio4aml OuUpraqvkaa KyJUlaHTaHaa -
76,5%Hu TaIKUII KA.

Hly caGabnu OYiuH OYUUIMFU KAJWHJIUTUHU Ba OypyH CYATH Y3yHJIUTHHU
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Oaxonamniia XOMIIAJOPJIUKHUHT 3pTa MyAJaTIapuaa CKPUHHUHT YIbTPATOBYII
TEeKIIUPYyBUIa (oWJaNIaHuII 3apyp.

®pouro-Manaubysip ymaamun (OMY) Vmuam 368 xommmamop aémga
xoMunanopaukHuHr 11-14  xadracupa yrkazwnau. TaakukoTra XOMMIIaAa
XpOMOCOM  KacaJUIMKJIAp, TyFMa  HYKCOHJAap, UIYHUHIAEK  TaJAKUKOTHU
KUWMHIAIITUPraH AKKOJI M(oJanaHraH KaM CYBJIWIMK TalIXWUCIaHTaH XoJatiap
kuputuaMaau. Koutpon rypyxuu 368 Ta COFjioM XOMMWJIA TAalUIKWI KWIAW. bapua
TEKIIUpPYBIapJa COFJIOM Oojia TYyFUJIMIIA €K HOpMal KapHOTHIUIAII XaKuaa
MAbIyMOTNAP  ONHMHAM.YTKA3WIraH TaAKUKOTIAp  HATIDKAcHJa  (pPOHTO-
MaHAUOYJISAp YiIuaM Y3yHJIMTUHUHT XOMWIAIOPIUK MyJAaTh OpTUILIN Oapolapuia
TYFPU TPOMOPIMOHAN PAaBUIA YU3UKIA OOFIHMKIMK Oyiindya opTu® Oopum
anukiaHrad. lllyHunrgexk OomHMHr  Oumnapueran  YIYaMUHUHT  (PPOHTO-
MaHAuOyIsp Yyadyamra HUCOATH TYFpPU MPONOPLUOHAT SKAaHJIUTU AHUKJIAHMIH,
MaTeMaTHK TaXJIMJIM HaTkaidapu 3-xkaasan kentupuirad (p<0,001, xydrt t-Tecr).

Kansaa 3
D@poHTO-MAHAUOY AP YIYAMHHE MebEPUI KYpcaTKU4JIapu (Mm)
X OMHIJIAIOPJIMK MyZOaTH Hpouenie
S5-HYU 50-H4M 95-HuH
11 xadra O xkyn — 11 xadra 6 KyH 11 13 15
12 xadta 0 kyH — 12 xadra 6 KyH 15 18 20
13 xadra 0 xyn — 13 xadrta 6 KyH 20 25 27

[ynnaii Kuaub, TAAKUKOT HATWKAJIAPUHUHT TaXJWIW LIYHU KYpCaTIUKH,
UIUIa0 YUKWITaH peruoHall (eTOMETPUK Ba OMOMETPUK KypcaTKAuIap aManuéria
KEHI' KYJIJIall y4yH 3apyplIup, YyHKH yiap OOIlIKa JaBiatiapjard (heTroMeTpux
HOpMaTHUBIApAaH Qapk Kuiaaau Ba Oy dapk ypraua 2-4 xadTaHu TalIKui KUJIaaH,
Oy »ca TYFPYKHHU OJIMO OOPHII TAKTUKACH, KOPPEKIUSAIOBYM TEPANTUSHU YTKA3HUILra
TabCHp KypCcaTyBUM XOMHJIA PHUBOXJIAHUII HYKCOHJapH Ba XpOMOCOMa
KACATMKJIAPUHM  TallIXMCJallla, XOMWJIAJOPIUKHUHI  aHUK  MYAJAaTUHU
Oenrunamiia MyxuMm axaMusTra ra.

FMF TtaBcusinapura kypa OMpUHYN TPUMECTpJla CKpUHUHT yTKaszuimiga 11-14
xadTa ydyH CTaHIapT AyMFaza Tema cysaru ymadamu 45-84 MM xucoOiaHaaw,
PErMoOH y4yH HWIUIa0 YMKWIraH HopMatupiap 42-77 MM rada TallKWI STAU.
VYabTparoBym (eroMeTpuk BaOMOMETPHUK KYpCaTKUWiIap: JAyMFa3a Tema Cysru
ynuamu, OYMMH OYIUIMFU KaJIMHIWTH, OypyH CYySKJIapu Y3yHJIWTH Ba (PpoHTO-
MaHIUOYJISIp Yi4yaMm Yy3YHJIMTH TypJid PErHMOHJap Ba MamilakaTiapra Xoc Oyirax
AHTPOIIOMETPHUK Ba ATHUK XycycusiTiapra umopa kuinaau. [y caGabmm unuiad
YUKAJTaH XOMMWJIa (ETOMETpUK KypcaTKAwiapu XyAyJd Y4YyH perdoHal
(dheromeTpuk Mebépaap cudarTraa KEHT KYJUITAHWIUIIN MyMKHH.

JucceprauustHUHT «XoMujaagopJukHuur 11-14 xagpracuaa yabrparoByin
TEKIHUPYBH NPOTOKOJUHN TAKOMWLIAIUTHPUIDY €0 HOMJIAHTaH TYPTHUHYU
6o0una 344 wnadap xomunagop a€il aHKETACUHUHT PETPOCHEKTUB TaXJIHII
HaTWXKaJIapy KEITUPUIITaH.

Xomuia pPUBOKIIAHUII HYKCOHU OWJIaH KeuraH XOMIJIQJIOpPJapHHUHT ypTada
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émm 21 man 25 €mrava OynaraH gaBpra TYFpU KEAH, LWIYHUHIIEK KYI COHJIU
TyFMa HYKCOHJIapH OynraH XOMWJaaop aéuiapHUHT ypraya €uapu 26 nan 30
¢mraya Oyiran jgaBpra Moc Kenau. XOMHJIa PUBOXKJIAHWII HYKCOHJIapU OWJIaH
KeuraH XOMWJIQJOPJApHUHT SHr KaMm rypyxu 36 é&émpan 45 ¢&mrada Oynrax
aémrapia Kaua dTAinau. XOMWJIAIOPJIMIKA Ky COHJIM PUBOXIJIAHUII HYKCOHJIApU
OwiaH acopariaHran admwiap Vypracujia akcapusT XojarjapAa HWKKUTa
PUBOKJIAHUILI HYKCOHJIADUHHUHT  Kymwuimu  92,31%, yuyra puUBOXKIaHUII
HYKCOHJIAPUHUHT Kynnmm 7,69% xonaTaa Kaij 3TUITraH.

Mynaait kKuamb, XOMUTAJOPIAUMKHUHT 3pTa MyJJaTiapuja TyFMa Ba HUPCUH
KaCaJUIMKJIAPHUHT caMapajid MpeHarajd JUarHOCTUKAaCMHU TabMUHJAII Y4YyH
XOMWJIAAOPAUKHUHT 11-14 XadTanmuruga CKpHUHHHI YJIBTPaTOBYII TEKIIUPYBU
OPOTOKOJIMHKU KYIIMMYa KUPUTHO TYNIUMpUII Makcaiara mMyBobukaup. KiaumHuk
amManuérra XoMuiaaaopiaukHuHT 11-14 xadTanuruga CKpUHHHT YIbTPATOBYII
TEKIIUPYBUHU KEHI TaTOMK 3Tuiniy HadakaT iupuk TPHuuHT, Ganku X AHUHT
XaM 3pTa npeHaTal AMarHOCTUKACHU OWJiaH OOFIUKIUD.

JuccepTanysiHUHT «XoMuIa XpomMocoma KACAJIMKJIAPHHUHT
KOMOMHAUMSAJIAHTAH YJbTPATOBYIlI Ba OMOKHMEBMIA CKPUHMHIW» 1€0
HOMJIAHTaH OemuHYu 000KIa XOMIJIAIOPHUHT €1IM Ba Ba3HH, TecTalus MyJIJIaTd
Ba I1a3MorporenH-A Ba anbdadetonporen (PAPP-A/A®DII) Ba nHCOH XOpHOHU
roHagoTponuHHUHT (MXI') OnokuMéEBmil kKypcaTkuuwiapura O0FauK paBuiia Jlayx
CUHApOMU OujiaH Oosianap TYFUJIMIIMHUHT €mra OOFIMK Ba MHAUBUIYaNl XaBOUHU
XUCOO-KUTOO  KYpCaTKUWIApUHM  YpraHuil  HaTWXKaJapu  KEJITUPUJITaH.
[lyHuHraek, oTa-oHaHWHr €mu, JlayH CHUHIPOMUHHMHI TapKaJITaHIWUTA Ba
TYFpyKJIap COHM ypTacuaard OOFIMKIMKIAPHUHT  OXTUMOJUN  YW3HKCHU3
TEHACHUMSICUHA aHUKIam ydyyH JlayH cuHAapomMu OwiaH Oonanap TyFHIMII
xaB(UHH XucoOJIan caMapaOpJIUTHHUHT KUECUIN TaXJIUIU YTKa3UIAH.

Hayn cunapomu Owinan  Oomamap  TyFWwiMIl — XaBQUHU  XUcoOJaml
caMapaJoOpJUruHu OaxonamHu ypranum ydyH PecrnyOmuka CKpUHMHT Mapkasura
peka acocuaa KoHcynbTanusra kenrad 13 879 xomwiamop a€lmHUHT aHKETacH
perpocriektuB Taxjaui KuinHad. Llyaunrgexk FapOuit Adpuka, Ilumonwmii Ba
Kanyouit Amepuka, Illapkuii Ba Fapbuit Eppoma, XanyOwuii-lllapkuit Ocué Ba
Kanyouit OcuéHuHr Typau maxapiapuaa JlayH cUHApOMH OUJIAHTYFUIIMIN XOJaTh
yi0y faBiatiap aemMorpaguk KypcaTkuuiapuHu Ouiad JlayH CUHAPOMM TalIXu3u
OunaH TeHeTWK xucoOwnma Typrad 375 Ta OOJaHMHT aHKETalapu TaKKociaad
YpraHuiau.

Wpcnii matonorusicn3 Tyrwiral 13365 a€nHUHI aHKETAaCM PETPOCHEKTUB
taxmil KuinHrasga, PAPP-A GuokuMméBuil kypcaTkuwiapu ypTada Oup Xuil
MUKIOpJAa Oynau, Oy IOKOpuaa Kalja OSTWIraH KYpPCaTKUUJIAPHUHT KUECHM
TaXJIUJIMA Y3 TACAUFUHU TOIIH.

Xomunaaopiuk myanatura 6ornuk PAPP-A kypcarkuunapu 0,99 nan 1,08
MoMraua Oynmu. PAPP-A  kypcatkuunapuman ¢apkiau  YIapok — ojam
TOHAJOTPONMHU KYpCaTKU4Iapy TrecTaiust MyJiaTd opTuilu Oapobapujpa acra-
CeKMH TacalraHjurd KaWa HSTuigu. 35 ¢€mjgad  karra aéiapaa  Upcuid
naToJiorusuiapcus 6onanapHuHr Tyruiauiu 4,77% nan 13,99% ravanu, Ba ymymuit
MUKIOPHUHT ypTada — 9,1%Hu Ttamkuin kungu. OHaHuHT €mn Ba JlayH cuHapomu
OwilaHn Oona TYFWIMINM TaxJWI KWIMHraHAA TEKcapyu ypTradya KOppesLuoH

21



Oormukuk tomwiau Ba y (r =-0,56) Hu Tamkwn >Tau. ByHnail koppensuuoH
OOFNIMKJIMKIIApD HMPCUN maTojorusiiapcu3 Oonanmap ypracuga xaMm Ky3aTWIIH,
MIyHAal KWinO TyFpyKiIap Ba XoMuianopiap €mM ypracuiaru KOppesilMOH
OOoFUKIHK (1 =-0,62)HU TAITKUIT KUJIJIH.

Ota-oHaHMHI €M Ba MPCUM NATOJOTHSICH3 TYFpPYKJIap coHM Xamua JlayH
CUHApPOMM OwiaH Oonanap TYyFWIMIIM YpTacujparu Oy y3apo OOFJIMKIMK OTa-
OHAHUHT €LIM KaTTajallllaHU CaliluH TYFpyKJap COHMHUHI KaMalMIIUAAaH JajiojiaT
Oepanu.

VTKa3WIraH CTaTHCTHK TaxJMI sHA Oup Mapra JlayH CHHApPOMM OWIaH
Oonanap TyFUIMII XaBPUHUHT €lIra OOFIMK OMUIIM MaBxKyJ AMaciuruHu, JlayH
CUHApOMHU OwiaH Oojamap TYFWIMIOMHUHT Kynauumm 19 émpan 35 émraua
Oynaran aémnapaa OeBocuTa TYFPYKJIAp COHUHMHI KyNalumura OOFIUKIUTHHU
UCOOTIIaNIN.

Acocuii ommapad Oupu cudatuia OHAaHUHT EIIMHU UCTUCHO KUJIHII Oapya
ém rypyxiapuaa JlayH cunAapoMu OwiaH Oonajiap TYFWIMII IOKOpU XaB(d
TYPYXJIapUHH TAILIKWJI STUIIA UMKOHUSTIADHU TEHIJIAITUPAIH, AeMaK, Oy OuiiaH
19 €mnan 34 €mraya Oynran aémnapaa ymi0y CHHIPOMHUHI COXTa MaH(Uil Ba
coxTa MycOart HaTmXanapu (GOU3NHN KaMauTUPATIH.

ly ca6abmu J[layn cunapomu Ouian OoJjanap TYFUIUIIMHA OJITUHU
ONUIIHUHT TyFpyKraua OYJiraH JMarHOCTUK TaKTHKacH OWPHHYU Japakaliu
axamHsATra sra Ba €MIMAaH KaThUil Ha3zap Oapya XoMuiaaop aémnap y3 BaKTHIA
AMArHOCTUKAaJaH  YTUINra  MYXTOXIAUp. YmOy  cTpaTerus  XpoMocoMma
KacaJUIMKJIApH COHMHU KaMaWTHUPUIITHUHT caMapaiu ycylapuaaH Oupu Oymuimm
Ba 1y oOpkKaiu Oy marojorusiapja TalIXUciallga XaTojlap COHUHU
KaMaWTUPWINIIN MyMKHH.

Onuuran HaTwxkanap acocuga xomunagopiukHuHr 11-14 xadracuna
CKPUHHHT yJIbTPATOBYII TEKITUPYBUIA XPOMOCOMA KaCAITUKIAPUHUHT dX0rpadux
MapKepJIapMHUA KOMIUIEKC 0axoJiall ajJropuTMHy UILIa0 YUKUIIIH.

JluccepTalsiHUHT XyJIOCACHa XOMUJIAJOPIUKHUHT OMPUHYM TPUMECTpUIa
XOMHJIa  PHUBOMKJIAHMII ~ HYKCOHJIApM  Ba  XpPOMOCOMa  KacCaJUIMKJIapUHU
KOMOMHALMSJIAHTaH YJIbTPATOBYIl Ba OMOKMMEBUN CKPUHUHTMHU YPTraHWLIIHUHT
YMYMJIAIITHPWITaH HaTHKAJIAapH KEITUPHUIITaH.

XOMUIAOPIUKHUHT OMpUHYM TpuMecTpuaa 35 €umgan KuuMk Ba 35 €umrgan
Karta aémiap Typyxuaa KOMOWHAIMSUIAaHTaH CKPUHUHI —CcaMapajopiiuruja
XpoMocoMa KacayNIMKJIApUHUHT Xap Oup MapKEPUHM YIyIIUHU OaxoJall Makcaara
MyBopuKAMp. CKPUHUHT TEKIIMPYBUHUHT CaMapagopiNrd CE3TUPIIUK, Y3Hra
XOCJIMK, TECTHMHI COXTa MycOaT HaTKajapd 4acToTacu KalOu mapaMmerpiiap
6unaH GaxolaHaaM. YTKAa3WIraH TaAKUKOT/IAp HATHXATapura Kypa ylbTpaToBYII
CKPUHHHTH CaMapaJopiiuru Xap Oup xoMmumnaaop aénHu EmMIaH KaThbUd Hazap
WHAWBHUAYaN Tap3/a TEKITUPHII 3apYypIIMTHIaH HOOpaT.

Jymraza Tema cysaru ymyamu, OYMMH OYUUTMFM KaJUHJIUTH, (PPOHTO-
MaHAUOYJsp Yoruam, OypyH CysirM y3yHJIUTHIAH MOOpar (PeTOMETpUSIHMHI WILUIa0
YUKWITAH acocuil KypcaTkuwiapu Oomika Myaumdiaap MabIyMoTIapuaaH
dapkiaHagu Ba XOMWIAJOPIUKHUHI 3pTa MyAaTiapuia XOMWJIAHUHT YCHUIIM Ba
VHUHI XOMWIQJOPJIUK MyJJariapura MOC KeJIMIIMHA OOBEKTHB Oaxojaiiia
KYJUTaHWIWII 3apyp, YyHKA Oy KypcaTKWWwiap PEruoHaj XyCYCHSTIapHH XpcoOra
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OJIaJIN.

AkcapusT TyFMa HYKCOHJAPHHMHT TIpeHaTan sxorpaduk Oenrunapu
HO30JIOTMK IIAKJIWJIAH KATBhHI Ha3ap XOMMJIAJOPJIMKHUHT HKKUHYM SPMHUIATH
Xyaad ImyHaai Oenrunap Owian Oup xwi kedaau. byHma TpaHcabmomMuHam
TEKIIUPUII XOMUJIAJIOPJIUKHUHT 3pTa MyAAaTiapuja KYJUIaHWUJIAIUraH CKPUHUHT
ycyJulapura Kyiunaaurad tanadiaapra KYyImpoK MOC KeJaiu.

XOMMIIaHH YJIBTPATOBYII TEKIIUPUIIHUHT ONTHUMAJl CXEMAacH XOMMJIAHWHT
sXorpauK aHATOMUSACHHH: Kajula TymMOa3u CysKiIapu, OOl MUSHHHT acOCUH
CTPYKTypajlapu, OYHUH OVIUIMFU KaJWHIWUTH, TpopuiIu, Ky3 COKKacu, OypyH
CysKJIapy, IOpaK OpHUEHTALMSCH, YMYpPTKa ITOFOHACH, KOPHWH JI€BOPHU, MEB]A,
WYaKiap, CUAIUK mydaru Ba o€K-Kyuiap XoJaTHHHU Oaxonamiaan uoopar Oymuim
kepak. TpancabmomuHan sxorpadusiia XOMUIAHUHT yIBTPATOBYIIl aHATOMUSICUHU
0axonamHu YTKa3UIIHUHT SHT ONTUMAaJ MYJJIaTiapyd XOMIJIATOpIUKHUHT 11+0-
13+6 xadramapu xucoOnaHaaW, 3apypuil XojaTiapia TpaHCBaruHaJl TEKIIUPYB
VTKa3ulll 3apyp Oynaau.

V3 Taxpubamus Ba AyHE KYpCaTKUUWIAPUTa aCOCIAHTaH XOJIa XOMUIA TYFMa
PHBOKJIAHUIII HYKCOHJIApU Ba UPCUH KacaJUTUKJIapy NpeHaTal AMarHOCTUKACUHUHT
PHBOKJIAHUII KOHIICTIUACUHY UILTA0 YUKIUK.

Kyiinparu kypcatkuunap:

1) mpenaran nMarHOCTUKA KaOWHETJIAPUHUHT IKCIEPT CUH(Ura Xoc, I0KOpU
TEXHOJIOTUK YJIbTPATOBYII arlapatiapu OWIaH )XKUX031aHUIIIH,

2) yapTpaTOBYIl MYTaXaCHUCCIAPUHHUHT SITOHA YJIBTPATOBYII MPOTOKOJIIApU
épmamMuia TEKIIMPHII YTKA3WINra YpraTuil, MYyTaXaCCUCIAPHUHI aMallud
KYHUKMAQJIApPUHUHT JIOMMHA MOHUTOPUHTH, OupiamMuu OVFUH Ba IpeHaTal
KaOWHeTNap MyTaxacCUcCjIapu y4YyH CEMHMHAap Ba Maxopar Japciapu
TaIIKUJUTAII TUPHIIL,

3) I TpumecTp upcuil KacaJIMKJIap MapKepu XUCOOJIaHTaH OYiuH OYIIIUFU
KQJIAHIUTH 2,5 MM JJaH OPTHUK, OypyH CYSATH KYPUHMACIIUTH XOJaTJIapUHU Xamjia
Maxauiiid (PeTOMeTpUK KYpcaTKUUYIapHU XucoOra OJyBYHM SITOHA YJITPATOBYII
TEKIITUPUII MPOTOKOUTApUIaH (PoilTaIaHuIII,

4) aémmapHuHr E€mumHA XmcobOra oamaraH Xohga PAPP-A Ba UXT
OMOKMMEBUI KYpcaTKUUJIap acOCHa KOMIUIEKC ITpeHaTall CKpUHUHT YTKA3HIII,

5) KOMOMHaLMsUIaIlITaH CKPUHUHT HaTHKaJlapura Kypa HOKOPU Ba OpaMK
xaB( rypyxura kupraH aémiapaa HouHBazuB npeHatan Ttect (HUIIT)
METOJMKACUHUHT KYJIJTAaHUJIUIIN,

6) HUIITauHr wxoOuil HaTWXaNTapu XoJarTjapuaa Ba IOKOpH XaBd
rypyxygaru aémiapra sSKyHUAd Ba aHHMK TallIXMCJall MakKCaauia WHBAa3UB
JTUArHOCTUKAcUIaH (oWganaHuIl XOMWIA TyFMa HYKCOHJIapu Ba HpPCUU
KacaJJTUKJIAPH MPEHaTal IMarHOCTUKACUHU CaMapaJopJIMTUHU OIIUPATIH.

XOMMIIAIOPJIMKHUHT ~ dpTa  MyJJaTiapuia XOMHJIAHUHT  yJIBTPATOBYII
AHATOMUSICUHU  YpraHuWIll, MaxaJUIMid HOpPMAaTUBIIApra AacOCJIaHTraH SroHa
YATPATOBYII TEKIIUPUII TpoTokoiapuaan ¢dovnananum, HUIIT Ba uHBa3uB
TAIIXU3JIAIIHU KEHI aMaJIMETTa KOPUM JTHUII Y3 BAaKTHUAA CAMApPAIM AHUKJIALI
MMKOHUHHU Oepaju.

XVYJOCA
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“XOMUJIaHMHT TyFMa HYKCOHJApM Ba XpOMOCOMa AaHOMAaJIUAJIApUHU
TalIXWClalAa yIbTPATOBYII Ba OWOKUMEBUN  CKPUHUHT  YCYJUIAPUHHUHT
camapaJopJuru’ Map3ycuaaru THOOuET dannapu nokropu (DSc) nuccepramusicu
Oyiinua onu0® OopwiiraH TaAKUKOT HaTWKalapuia KyHuaaru Xysiocajiap TakJIuM
STUIIJIN:

1. TanOuk sTUiAraH acocuit (HeToMeTpUK Ba OMOMETPUK KYpcaTKU4JIapu —
JyMFa3a Tela Cysard yadamu, OVHUH OYIUIMFU KaJTWHIUTH, GPOHTO-MaHIUOYIISIp
Vmuam, OypyH CysITH Yy3yHIWTH XOMWJIAaJa PUBOXJIAHWII HYKCOHJIApH Ba
XpOMOCOMa  KacaJUIMKJIapUHU HJACHTU(PUKaUMsAIalaa MpeHaran sxorpadus
cesrupauru Ba crnemubpukiauruan - 68,7% Ba 86,4%rada ommMpuIl UMKOHUHU
oepu.

2. @®eTOMETpUK HOpMATUBIAp OOIIKa JaBlaTiap HOpPMATUBIApU OWIaH
KUECUM TaxJWa JTWirasjga, 2,3 MM gaH 5,2 MM rada ¢apk MaBXKyAJIUTH
aHuKJIaHau, Oy sca 2-3 xadraraya TadoByT KWIAIH Ba XOMUIAJAOPIUKHUHT dpTa
My[AaTiapuia XOMWIAHUHT YCHUIIM Ba YHUHT XOMUJIAJIOPIUK MYyAJaTIapura Moc
KEJIMIIUHU OOBEKTUB Oaxojaliia peruoHan XYyCyCHSITIapHM XucoOra oOJyBuYd
HOpMAaTHUBIIapJaH (por1aaHuIll 3apyPIUTUHHI Ky pcaTau.

3. layH cunapomu OusiaH TyKKaH aéinapHuHr yprada €mm 71,3% xomnapaa
20 man 35 €mraya 5KaHIUTH Ky3aTWIau. 35 €niiad OlraH XOMUJIAIOPJIAPHUHT €11
Oyiinya opaJiMK Ba IOKOpU XaB(] rypyxura kuputuiaraniauru 25% Xosiapna
HOYpPUH WMHBAa3UMB MYOJIAKaJApHU KyJulamra oiau0 kenau. MHBa3uB Myosaxanap
acopatrjapvHHU OJIJIMHU OJUII Ba XpOMOCOM KacaUTMKiIap Oyitnda xaB¢ rypyxuHu
XxucoOam camMapagopiIurMHA OUIMPHILI MaKcaauaa xap Oup XoMmMuiaaaop aéiHu
€ummaaH KaTbUil Ha3ap UHAUBUIYA Tap3/a TEKIIUPHUII 3apyp.

4. XomunaHu (peTtoMeTpuk, OMOMETPUK Ba OMOKMMEBUN TEKITUPUIILIAPUTa
yciyOui  craHjpapmiap OuiaH EHIOWIMIN HATWXKAcHJa XOMUJIaJa TyFMa
PUBOXIIAHMIL HYKCOHJApH Ba XpOMOCOMa KaCaUIMKJIApUHM 3pTa MpeHaTal
TalIXKUCIIAIl CaMapaJoJIMTUHU OIIUPAIX Xamaa OYWUH OYIUIMFU KypcaTKuyu 2,5
MM JIaH OPTUKJIUTY; XOMUIa OYpPYH CYSKIIApUHUHT KYPUHMACIIUTY; UKKaja MapKEp
okcuwnap PAPP-A Ba B-UXI'nunr 0,5 MoM nan kamaiiuimm €xku OMOKUMEBUIN
CKpUHUHT HaTwkKajapura kypa xucoOmanran xaB¢d 1:360 maH kam SKaHIMTUHU
xucobra onum Ba HUIIT wuHBa3uB mnpeHaran AMArHOCTUKACH YTKa3uWIITa
KypcaTMaJlapHU KamaWTUpagu, KOMOWHAIUSUIAHTaH CKPUHUHT caMapaJiopJIMKHU
81,6% ommpanm.

5. Peruonan ¢eromerpuk KypcaTkuuiap, GpoHTO-MaHAHOYIISIp Ba HACHUMOH
cyskiiap Yymuamu, V-kKecumiiapHu 3bTHOOpra onran xosga 11-14 xadranukna
VTKa3uiraH yjabTPaTOBYII TEKIIUPYBUHUHT TaKOMWIIAIITUPWITaH HPOTOKOJIU
TyfMa Ba UPCUM KacCaJUIMKJIAPHUHT KEHI CHEKTPUHM caMapaid 3pTa IpeHaTal
TaIIXUCOTUHU TabMUHJIAII UMKOHUHU Oepaju.

6. YnbrparoBymn TamxucoTu, onokuméBui tekmupuin, HUIIT Ba mHBa3uB
JUArHOCTUKACH KYJUIAHMILIWra acOCHaHuO WIIad YMKWITaH XOoMuja TyFMa
HYKCOHJIapM Ba MPCUH KaCaUIUKJIApPUHU  aHUKJIAIl  aJIlOPUTMHU  HUPCUH
KaCaJUTMKJIAPHU 3pTa Ba caMapajiy TEKIIUPUIL UMKOHUHU Oepaju.
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HAYUYHBII COBET DSc.04.12.2018. Tib.77.01 10 IPUCYKJIEHUIO
YYEHBIX CTENEHEM MTPU PECTYBJIUKAHCKOM
CNELUAJIN3UPOBAHHOM HAYUYHO-IPAKTUYECKOM
MEJMIACKOM HEHTPE OHKOJOTHMH M PAJIMOJOT UM

TAIDKEHTCKUU UHCTUTYT YCOBEPHIEHCTBOBAHUSA BPAYEN

KAMA/ININHOBA IIAXHO3A MAXMYJIXAHOBHA

YOOPEKTUBHOCTD YJIbTPA3ZBYKOBOI'O U BUOXUMHUUYECKOI'O
CKPUHUHI A TIOPOKOB PA3BUTHSI IIOJA U XPOMOCOMHBIX
AHOMAJIUHA

14.00.19 — Knruau4yeckasi paanoJiorus

ABTOPE®EPAT JJOKTOPCKOIi (DSc) IMCCEPTALIMA
MO0 MEJIUIITHCKIUM HAYKAM

TAIIKEHT - 2020
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Tema JOKTOPCKO¥ qHCCEPTAIIMH 3aperHCTPHPOBaHa B Bricuieii aTTecTalMOHHOI KOMUCCHH
npu Kaounere Munuctpo Pecnyoauku Y3oexkucran 3a NeB2017.2. DSc/Tib165

JIOKTOpCKast UCCEPTAIMs BBITOIHEHA B TAIKEHTCKOM HHCTHTYTE YCOBEPIICHCTBOBAHMS Bpad€ei.

ABropedepar amccepTanMd Ha JBYX s3bIKax (y30EKCKHM, PYCCKH, aHIIIMMCKUI (pe3tome))
pasmemieH Ha BeO-cTpanuiie Haywynoro cosera (www.cancercenter.uz) u HWudopmanuoHHo-
o0pa3zoBaTebHOM mopTaie «Ziyonety (WWw.ziyonet.uz).

Hay4yHbIii KOHCYJIBTAHT: Da3p10B AKpaM AKMaJIOBHY
JOKTOP MEJUIHMHCKUX HAyK, Ipodeccop

OdunuanbHbie ONMOHEHTHI AarbiHHMK HaTaabpsa AHaToJILeBHA
JIOKTOP METUIIMHCKHUX HaYK, Ipodeccop

IOcynanuesa I'yibHapa AkMaJioBHA
JIOKTOP METUIIMHCKHUX HAYK, TOLEHT

Kyp0anoB /Isxaxanrup KamaoBuu
JIOKTOP MEIUIIMHCKUX HayK, Ipodeccop

Benymasi opranusanus: Poccuiicknii HALMOHAJIbHBIH HCCJIeI0BATeIbCKUI
MenuuuHckuii  yHuBepcurer wumenun H.MA. Iluporoma
(Poccuiickas Menepamust)

3amuTa JUuccepTalii COCTOUTCS «_ » 2020 r. B ____ yvacoB Ha 3acenanuu Hay4unoro
Cosera DSc.04.12.2018. Tib.77.01npu PecnyOnaukaHCKOM CrCIHANTN3UPOBAHHOM HAYYHO-TIPAKTUYECKOM
MEIUIIMHCKOM IIeHTpe oHKoorud u paguonoruu (Aapec: 100174, r.Tamkent, ymn.®@apoduit, 383. Temn.:
(+99871) 227-13-27; akc: (+99871) 246-15-96; e-mail: info@cancercenter.uz).

C  nuccepranmMell  MOXHO  O3HAKOMHThC B WH(pOpManMOHHO-pECypcHOM  IIEHTpE
Pecrny0nmukaHCKOro CreMani3uPOBAaHHOTO HAYYHO-TIPAKTHYECKOTO METUIMHCKOTO LEHTPAa OHKOJIOTHU
1 paamosnoruu (3apeructpupoBana 3a Ne ). Amgpec: 100174, r. Tamkent, yn. ®apobwnii, 383. Ten.:
(+99871) 227-13-27; dakc: (+99871) 246-15-96; e-mail: info@cancercenter.uz).

ABTopedepar auccepTanuy pa3ociaH «__ » 2020 roga.
(peectp mpoToKona pacchliku N OT 2020 roxa).

M.H. Tuaasaixos,
[Ipencenarens HAYIHOTO COBETA MO MPUCYXKICHUIO YICHBIX CTCIICHEH,
JIOKTOP MEIUIIMHCKHUX HayK, Ipodeccop

A.A. AINIXoaKaeB,
YueHslil ceKpeTapb HAyYHOT'O COBETA 10 IIPUCYKACHHUIO
YYEHBIX CTEIECHEH, JOKTOP MEAULIMHCKUX HAYK, JOLICHT

M.X. XoaxubexkoB,

[Ipencenarens HAYIHOTO CEMHUHAPA TIPH HAYTHOM COBETE
10 IPUCY>KJICHUIO YUECHBIX CTEICHEM,

JIOKTOP METUIIMHCKHUX HayK, Ipodeccop
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BBE/IEHUE (aHHOTALMS JOKTOPCKOM JUCCEPTALMHI)

AKTYaJIbHOCTh M BOCTPeOOBAaHHOCTH TeMbl Auccepranuu. [IpeHaranpHas
JIMarHOCTUKAa HACJICACTBEHHBIX U BPOXKAEHHBIX 3a00J€BaHUM IUIOAA SIBIISETCA
OJTHOM M3 aKTyaJpHBIX MpoOJeM B cHUCTeMe 3apaBooxpaHeHus. [lo maHHBIM
Bcemuphoii opranusanuu 3npaBooxpaHenust (BO3) «...HaciencTBeHHble 00JI€3HU
U BpoxjaeHHble Tmopoku pazButus (BIIP) peructpupyrorcs y 5-5,5%
HOBOPOXJECHHBIX, KPOME 3TOr0 B TEYEHHE NEPBBIX 4 HENeNb >KU3HU OT HUX
eXerofgHo ymuparor okono 303 000 mereii...»*. Illupokas pacnpoCTPaHEHHOCTH
IIOPOKOB PAa3BUTHA IUIOAA W XPOMOCOMHBIX AHOMAJIMH, COBEPIICHCTBOBAHHUE
METO/I0B MPEHATAIILHOM JUAarHOCTUKH, CKPUHUHIA OEpEMEHHBIX W BHEAPEHUS
COBPEMEHHBIX NEPHUHATAIBHBIX TEXHOJIOTHMA, SBIIAETCS OJHOW U3 BaXKHEHIIMX MEp
[0 CHWXEHUIO MEPUHATAILHON CMEpPTHOCTH. OCHOBHBIM METOJIOM JIMAarHOCTHKH
XPOMOCOMHBIX 3a00JIEBaHUI SABJISIETCSI KaPUOTUIIMPOBAHUE IUIOJA, OJHAKO 3TOT
CHOCO0 SIBJISIETCS UHBA3UBHBIM U COIIPOBOXK/IAETCS ONPEICIIEHHBIM YPOBHEM pUCKA
IpeHaTaJbHbIX NOTeph. bonee Oe3omacHbIM, MHPOPMATUBHBIM U 3(P(HEKTUBHBIM
METOJOM  SBJISIETCS. HEWHBA3UBHBIM NPEHATAIBHBIA  TECT, YYUTHIBAIOLIUI
peruoHalIbHble (PETOMETPUUECKHE HOPMATUBbI U HOBBIE 3XOrpapuuecKre MapKephbl
BPOKJCHHBIX AaHOMAJIWW W HACIEACTBEHHbIX 3a0oyieBaHUN IUIoAa. B menowm,
OTCYTCTBHE €IVHCTBA MHEHMI CIIEHHAJUCTOB II0 KJIKOYEBBIM BOIIpOCaM,
KacaromuMcsi panHed auarHoctuku BIIP mnona, oOycnaBiauBaeT akTyalbHOCTh
MCCJIEI0BAHM, HAIIPaBJIEHHBIX HA 0000IEHHOE U3YYEHUE 3TUX BOIIPOCOB.

B Mupe mnpoBoauTcs psAa HAYYHBIX MCCIEIOBAaHUN, HAIpPaBICHHBIX Ha
NMOBbIIEHHE 3(P()EKTUBHOCTH METOJOB YJIBTPA3BYKOBOIO U OHOXHMMHYECKOTO
CKpUHUHIA TMPU JIMarHOCTHKE BPOXKACHHBIX IMOPOKOB PAa3BUTHs IUJIOJA H
XpPOMOCOMHBIX aHOMajui. B pe3ynbTaTe WX aHaiv3a, BBISIBIIEHA HEOOXOJIUMOCTh
000CHOBaHUsI Pa3pabOTKU PETHOHABHBIX (PETOMETPUUYECKUX U OHMOMETPUUYECKUX
HOPMAaTUBOB MEPBOr0 TpPUMECTpa OEPEMEHHOCTH, OTNpEAeNICHUs] MapKepa paHHEeH
yJIbTPa3ByKOBOM  JIHAarHOCTUKM  MHUKpolepaliid W  HU3YYEHHUS  YacCTOTHI
BCTPEYAEMOCTH XPOMOCOMHBIX AaHOMAJIMHA y IUIOJAa B 3BUCHMOCTH OT BO3pacTra
O0epemeHHbIX. OJHON M3 OCHOBHBIX 3a]lay MPEHATaJbHOW JAMAarHOCTUKU SIBIISIETCS
MOJTBEPXKJIEHUE JAMAarHo3a C MOMOIIbI0 OMOXMMHUYECKOIO U YJIBTPa3ByKOBOTO
CKpUHUHIA, HEWHBAa3UBHOTO IIPEHATAJIbHOIO TECTHPOBAHWA W HWHBAa3MBHOU
JMArHOCTUKM JJIsi OEpeMEHHBIX JKECHIIUH, BXOASIIMX B TPYINIy pUCKA IO
POKJICHUIO TJI0/Ia C XPOMOCOMHBIMUA aHOMAJIHSIMHU.

Ha ceronnsiiinuii newp B PecryOninke npoBOJSATCS onpeneeHHble paboThI 10
KaUeCTBEHHOMY pPa3BUTHI0 MEIULMHCKON c(dephbl, TMOBBILIEHUIO KayecTBa
MEIUIMHCKUX YCIYr, B TOM YHCIIE€ IO OXpaHe MaTepUHCTBA W JIETCTBA.
«...Ilogaepxkka 310poBOTO 00pa3a KU3HM MYTEM MOBBIMICHUS 3()PEKTUBHOCTH,
KauecTBa U MOMYJIIPHOCTH MEIUIIMHCKOW TTOMOIIY HACENEHHUIO, a TAK)KE CO3AaHUS
CUCTEMBbl MEIWUMHCKOW CTaHAapTHU3alMd, BHEAPEHUS BBICOKOTEXHOJOTMYHbIX
METOJIOB AMArHOCTUKH U JICUEHUS, a TaKXKe Mpomnaraiibl 310pOBOro o0pas3a *U3HU
U TpodwIakTUKU 3a00J€BaHMNA 3a cueT co3fmaHus d(PPEKTUBHBIX Mojeen

4 World Health Organization. Congenital anomalies, 2016. https://www.who.int/ru/news-room/fact-
sheets/detail/congenital-anomalies
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MaTpoHa)xa M AUCHAHCEpPU3AlMU; HA OCHOBE Pa3BUTHUS MEAUIMHCKON TE€HETHKH,
AKCTPEHHON M CHeUaIu3upOBAaHHOW MEIMIIMHCKON MOMOIIM MaTepsiM U JETSM,
BHEJIPEHUSI COBPEMEHHBIX CKPUHUHTOBBIX IPOTpamMM, COBEPIICHCTBOBAHUE
CUCTEMBbI OXpaHbl MAaTEPUHCTBA U JETCTBA MyTeM C(HOPMUPOBAHUS PETHOHAIBHBIX
MHOTONPO(HUIIBHBIX MEIUIIMHCKUX KOMIUIEKCOB W HMH(POPMAIUOHHBIX CHCTEM
«Matb W JuTA...»° SBISETCd ONHOM W3 OCHOBHBIX 337ad  paOOTHUKOB
3npaBooXpaHeHusl. Peanuzanus JaHHBIX 3a7a4 U COBEPILIEHCTBOBAHHE CHUCTEMBbI
paHHEW AMArHOCTUKU MATOJIOTUM MJIOJA MO3BOJMUT CHU3UTH YPOBEHb CMEPTHOCTHU
cpenu IeTei.

JlaHHOE NIHCCEepTAallMOHOE MCCIIEJOBAHUE B OIPEACIICHHON CTENEHU CIYKUT
BBIIIOJIHEHHUIO 33J1a4, NpPeaycMOTpeHHbIX B Ykazax Ilpesupentra PecnyOnuku
V30ekuctan NeVII-4947 «O crparerun ACUCTBUU MO NATBbHEUIIEMY Pa3BUTHIO
PeciyOmmmku  Y30ekuctan» ot 7 deBpans 2017 roma, NeVII-5590 «O
KOMIUJIEKCHBIX ~ ME€pax IO  KOPEHHOMY  COBEpIICHCTBOBAHHMIO  CHUCTEMBI
3napaBooxpaHeHus PecnyOnmku VY30ekuctan» ot 7 nekabps 2018 roma, B
[Toctanosnenusx [Ipesunenta Pecyonuku ¥Y30ekuctan NellI1-3071 «O mepax 1o
JadbHEUILIEMY  Pa3BUTHIO  CIECIUATU3UPOBAHHONM  MEAUIMHCKON  MOMOILIU
Hacenennto PeciyOinuku Y306ekucrtan Ha 2017-2021 rogwsr» oT 20 umrons 2017
roga, NoIlll-3440 «O T'ocymapctBeHHoil IIporpamMme paHHETO BBISBICHUS
BPOXKJIEHHBIX U HACJEJCTBEHHBIX 3a0oyieBaHWil y jaereil Ha mepuon 2018-2022
roge» oT 25 nekalOps 2017 roga, a Takxke B JIPyrMX HOPMAaTHBHO—IIPaBOBBIX
JIOKYMEHTAaX, MIPUHATHIX B JAHHOM HAMpPaBJICHUHU.

CooTBeTcTBHE UCC/IEA0BAHUS NMPUOPUTETHBIM HANPABJEHUSM PA3BUTHA
HAYKM M TeXHOJIOruii pecnyOauku. JlucceprauvoHHass pabdoTa BBINOJHEHA B
COOTBETCTBUM C MPUOPUTETHBHIM HAIPABICHUEM PAa3BUTHUSI HAYKH U TEXHOJIOTHI
pecniyonuku VI «MenuunHa u gapMaxkoJIorus.

0030p 3apy0e:KHBIX HAYYHBIX HMCCJIEIOBAHUI 110 TeMe AMCCEPTALUMS.
Hayuno-uccnenoBarensckue paboOThl, HANpaBJICHHbIE HA COBEPIICHCTBOBAHUE
METO/JIOB JUArHOCTUKM U TPO(PHUIAKTHUKKA BPOXKICHHBIX TOPOKOB PAa3BUTHA U
XPOMOCOMHBIX aHOMAaJINi, MPOBEICHbl MHOTUMHU BEIYIIUMU HAyYHBIMU IIEHTpaMU
U BBICIIUMH Yy4eOHBIMHM 3aBeJCHUSAMH Mupa, B ToMm uucie B University of
Miami,University of Maryland,Children's Hospital of Wisconsin (CIIA); The
Fetal Medicine Foundation, Harris Birthright Research Centre for Fetal Medicine,
King's College Hospital Medical School London, ISUOG, The Royal Australian
and New Zealand College of Obstetricians and Gynaecologists Obstetrics and
Gynecology, Univercity of Exeter (Benukoopurtanus); University Busto Arsizio,
Varese  (Urtamus); Institute of Psychology, Erasmus University Rotterdam
(lomnmangus);  University  Obstetricians and  Gynaecologists  (ABctpanus);
University of Hong Kong, Capital Institute of Paediatrics, University of Hong

2 Vkas Ilpesunenra Pecry6muku V3s6exucran ot 7 nexabps 2018 roma Ne 5590 «O KOMILIEKCHBIX Mepax IIO
KOPCHHOMY YJIIYUHICHUIO CUCTEMBI 3/IpDaABOOXPAHCHU S

3 O630p 3apyOeKHBIX HAYYHBIX MCCIIENOBAHUI MO TeMe auccepranmn Www.barry.edu; www. harrisbirthright.org;
www.ucl.ac.uk; www.isuog.org; www.ranzcog.edu.au; www.exeter.ac.uk; www.studies-in-europe.eu; www.eur.nl;
www.usnews.com;  www.ncbi.nlm.nih.gov;  www.cuhk.edu.cn;  www.biocrucesbizkaia.org;  www.ehu.eus;
www.kimskarad.in;  www.cmb.ac.lk;www.medicine.yonsei.ac.kr;  www.portal-en.tbzmed.ac.ir;  www.nczd.ru;
WWW.tipme.uz u qpyrux UCTOYHHKOB
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Kong Shenzhen (Kwurait); BioCruces Health Research Institute of Universitario
Cruces (Ky06a); University of the Basque Country (Mcnanus); Institute of Medical
Sciences University Krishna (Munus); University of Colombo (Komym6us);
Rehabilitation Institute of Neuromuscular Disease Yonsei University (Kopes);
Tabriz University of Medical Sciences (Upan); Hayunom 1ieHTpe 3110pOBbsl 1eTeit
PAMH (Poccutickas deneparius), TalmkeHTCKOM MHCTUTYTE
ycoBeplleHCTBOBaHMs Bpauer PecnyOnuku VY30exkucran u PecmyOnmkaHckoM
neHTpe « CKpUHUHT MaTepy U PEOEHKaY.

brlmn mosrydeHsl psiji HAyYHBIX PE3yIbTaTOB MO MOBHIICHUIO () (PEKTUBHOCTH
YIBTPA3BYKOBOTO M OHOXMMHUYECKOTO CKPHHWHTA, B YaCTHOCTH, OOOCHOBAaHO
OTpPENICICHUE XPOMOCOMHBIX aHOMAJIMA C TIOMOIIBI0O HHBA3MBHOIO METOJIA
kapuotunupoBanus JIHK mnoma (Univercsity Hunan (Kwuraif)); paspaGoTanbl
METO/Bl TUATHOCTHKH TEHETUYECKUX Me(EKTOB IJI0JIa C MOMOIIBI0 OJMHOYHBIX
XpPOMOCOMHBIX MHUKpouurioB SNP u HeunHBa3uBHOro mnpeHaraibHoro NIPT
(Institute of Psychology, Erasmus University Rotterdam (I'osumanaus)); moka3aH
MEXaHU3M  OTPHIATENIbHOTO  BIUSHUS 11 3(PGEKTUBHON  JAMArHOCTUKU
BHEKJIETOYHOTO  (DETOIUIAIICHTAPHOTO MO3aMIM3Ma IOJOBBIX XPOMOCOM C
nomoibio JIHK auarHoctuku HacienCTBEHHBIX 3a00J€BaHUN MPU OEPEMEHHOCTH
(University Busto Arsizio, Varese, Department of Obstetrics and Gynecology
(Utanus); nokazaHbl THUN M TpylIia HACIEICTBEHHBIX 3a00J€BaHUN BCJIEICTBHUE
CHIKCHUSI W YBEIWYCHUS YpOBHA aib(ha-(peTornpoTenHOB C HCIHOJB30BAaHUEM
OMOXMMUYECKHX MapKepoB B Iiazme kpou Matepu (Harris Birthright Research
Centre for Fetal Medicine, King's College Hospital Medical School London
(BenukoOputanus); o00CHOBaHa poib (ETOMETPUUECKUX H3MEPEHHUU MPOTOKOJIE
YIBTPAa3BYKOBOTO CKPUHHMHTA TIPH OIICHKE HOpMalbHOTO pas3BuTus 1iona (The
Royal Australian and New Zealand College of Obstetricians and Gynaecologists
Department of Obstetrics and Gynecology Univercity of Exeter
(BenmukoOpuTtanus)); aoKazaH MOJ00HBIN 1018-TpUCOMUM IOCTIEI0BATEILHOCTD
WHBEHTHPOBAHHOUN nyOnukamuu 8P cuHApoma Mmpu MepuHATATBLHON TUArHOCTUKE
HaclencTBeHHBIX  3a0oneBanuii  (Gynecology and Reproductive Sciences,
University of Maryland, University of Miami (CILIA); nokazan OCHOBHOM
MOPSIIOK METOAAa KapUOTUIIMPOBAHUS TUIOJA, TPEOYIOIIETO B3ATHUSI MaTepuasa H3
mioma (BioCruces Health Research Institute, Universitario Cruces (Ky06a));
JI0Ka3aHbl 0COOCHHOCTH Pa3BUTHsI TCHETHUCCKUX Ne(PEKTOB IJI0/1a OT OEPEMEHHBIX
¢ sugemuueckuM 3000M (The Fetal Medicine Foundation United Kingdom
(BenmukoOpuTtanus)); JoKa3aHa CHCTEMa TOYHOW JMAarHOCTUKU XPOMOCOMHBIX
3a0oneBanuit 13, 18 u 21 TpucomMunm Ha OCHOBE KOMOMHUPOBAHHOW, TO €CTh
YIBTPAa3BYKOBOH H OHOXMMHYECKHUX HCCIACAOBAaHMK B TIEPBOM TPHMECTpE
o6epemennoctu (Univercity of Exeter (BenukoOpurtanus)).

B mupe mpoBomuTCs psAl MPUOPUTETHBIX HCCIENOBAHUN T 00OCHOBAHUS
7 (PEKTUBHOCTH YIBTPA3BYKOBBIX U OMOXMMHUYECKUX METOJOB CKPUHHMHTA IS
JMATHOCTUKHN BPOXKJCHHBIX TMOPOKOB U XPOMOCOMHBIX aHOMAJIM: pa3paboTKa
VIBTPA3BYKOBBIX ~ MapKepOB  paHHEW  JIUArHOCTUKK  MHUKporedamnu U
PErHOHANBHBIX (ETOMETPUUECKIX U OMOMETPUYECKUX HOPM Ha PAHHHUX CTaJHSIX
OEpEeMEHHOCTH; COBEPIICHCTBOBAHWE HOBOTO TMPOTOKOJA  YJIBTPa3BYKOBOTO
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CKpUHUHTAa B TIEPBOM TpPUMECTpEe OCEPEeMEHHOCTH C BHEIpeHHueM (POHTO-
MaHIUOYJIIPHOTO W3MEPEHUS W OLEHKH V-SIQN; COBEPIICHCTBOBAHUE CHCTEMBI
KOMIUJIEKCHBIX AXOTpaUuecKuX MCCICAOBAHUM IS TOBBIMICHUS 3(P(HEKTUBHOCTH
NEPBUYHON TNPEHATAIbHOM JIMarHOCTHKU BPOXKIACHHBIX IOPOKOB Pa3BUTHS Y
io/a.

Crenenb M3y4YeHHOCTHM mpoluaembl. HecmoTps Ha  JOCTHXKEHUS
COBPEMEHHOM MEIUIMHBI, U MPOrPECCUBHOTO POCTa HOBBIX HH(POPMATUBHBIX
METOJIOB AuarHocTuku, B 40-60% ciiydaeB (pakTopbl BOSHUKHOBEHHS aHOMAJUN
Pa3BUTHS OCTAlOTCS HEM3BeCTHHIMU. C BHEIPEHUEM B KIWHUYECKYIO MPAKTHUKY
BBICOKOMH(OPMATHBHBIX METOIOB IMPEHATATLHON TUATHOCTHKU CTAJI0 BO3MOKHBIM
CBOEBPEMEHHO OOHAPYXUBATh MAIMEHTOK C BHICOKMM PHUCKOM POKICHUS JETEH C
XPOMOCOMHBIMU aHOMAJTHSIMHU.

«YUuThIBass BBICOKYIO HEOHATAJIbHYI0 CMEPTHOCTh W HWHBAIHIU3AIHUIO,
00yCJIOBIIEHHBIX, BPOXKICHHBIMU TOPOKAMH PA3BUTHUS TUI0JA, COBEPILIEHCTBOBAHHE
MpeHaTaIbHOW  JIMATHOCTUKUA  OCTAa€TCid  €AMHCTBEHHOW  aKTyalbHOM U
NPUOPUTETHOM 3amavert mo ux mpoduaaktrke» (Nicolaides KH., 2016). Pannsis
JMArHOCTUKA W MPO(UIAKTUKA TOPOKOB PA3BUTHS SIBISETCA OJHOM M3 TJIABHBIX
3a/lay HAIpPABJICHHBIX MO0 PeaM3alliy MPUOPUTETHBIX HANPABICHHUM MOBBIIIICHUS
MEJUIIMHCKONU KYJIbTYPHl B CEMbE, YKPEIUICHUS 370POBbs KEHIIUH, POKICHUS U
BOCIIUTaHUS 3J0pOBOr0 MoOKoJieHHusd. «CTOMMOCTh JieueHHUs, peaduIuTaluu u
MO’KMU3HEHHOTO COIEp’)KaHUs OOJBLHOTO C BPOXKISCHHOW MATOJIOTHEH MHOTOKPATHO
(6onee uem B 100 pa3) mpeBbIIaeT 3aTpaThl HA MPEHATAJIBHYIO AUArHOCTUKY, YTO
CTaBUT MpeaymnpexacHue poxaeHus naered ¢ BIIP B paspsa akTyalbHEWUIIHMX
npobsieM 3apaBooxpaHeHus» (Aimamazsn 2.K., 2006). Hecmotps Ha TO, 4TO
MPEIOKEHO MHOTOYHCIICHHOE KOJMYECTBO METOJOB JHATHOCTHKHA ITOPOKOB
pPa3BUTHS IUIOJA W XPOMOCOMHBIX aHOMAJIHMK, 10 HACTOSIIETO BPEMEHH HET
€IMHCTBA MHEHHUH CIEIHAIMCTOB B BBIOOpE omTHMaibHOU cTpareruu. «Bo Il
TpuMecTpe  OEpeMEHHOCTHM  MpeHaTallbHas  yJIbTPa3BYKOBas  JIMAarHOCTUKA
BPOKJICHHBIX MOPOKOB Pa3BUTHS YK€ BO MHOTOM HE TPENICTaBISIET TPYIHOCTEH,
UCIOJIb30BaHNE 3XOorpaduu B paHHUE CPOKU OEpEeMEHHOCTH TpeOyeT pelIeHus
MHOTHX MeToauueckux BompocoB» (Swedish Council on Health Technology
Assessment). «Octpee BCero CTOMT BOMPOC O BBIABICHUHM CHHApoMa JlayHa Kak
HanOoJiee PACTIPOCTPAHECHHOM XPOMOCOMHOM TATOJIOTHH, TIPUBOJISAIICH K TSKEIOM
WHBAIMIU3AMKA B MocTHaTaimpHOM mepuoze» (Sonek JD, Nicolaides K.H., 2016).
«B mHacTosmiee BpeMs OCHOBHBIM METOJOM IIPEHATATBHOW JUArHOCTUKU
XPOMOCOMHBIX ~ 3a00JICBaHUIN  SIBISACTCA  KapUOTHUIIMPOBAHWE IUIOAA  ITOCIIE
WHBAa3MBHOTO BMeEIIATENILCTBA M TOJNydeHHs TuiogHoro wmatepuaia»y (ISUOG,
Consensus  statement, 2019). IlpoBeneHue WHBa3MBHBIX  BMELIATEILCTB
COIMPOBOXKIACTCS OMNPEICICHHBIM YPOBHEM IPEHATAIBHBIX IIOTEPh, TOITOMY
oTIepaIu OCYIIECTBIISIFOTCS TOJILKO MPY HATMYUK TIOKa3aHui. B 1ensx BoIsABICHUS
KCHIIIUH TPYIIBI BBICOKOTO PUCKA IO POXKIACHUIO peOCHKAa C XPOMOCOMHOMU
MaTOJIOTUEH cpefar OEpEeMEHHBIX MOJIOKE 35 JeT, TPEIJIOKEHBI HUCCICTOBAHMUS,
WCIIOJIL3YIOIIUE YIBTPA3BYKOBOW M OMOXMMHYECKH CKPUHUHT, KaK B OT/ICIIHHOCTH,
TaKk M B Pa3IMYHBIX KoMOuHarwsx. «Hanbomnpmas 3¢h()eKTHBHOCTh CKPUHUHTOBBIX
MIPOrpaMM, OCHOBAaHHBIX HAa CTATUCTUYECKOM aHAIM3E OOJBIIIOTO YHCIa KOCBEHHBIX
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IIPU3HAKOB MATOJIOTMHM IUIOAQ, JIOCTUTaeTcsi IMpU MAaKCUMAJIbHOM  OXBare
OEpeMEHHBIX, MPU TaK HA3bIBAEMOM TOTAJbHOM (MAaccOBOM) OOCIEIOBaHUI
(Mensenes M.B., Anteiaauk H.A., 2016). B nocieanue roapl BO MHOTHX CTpaHax
JUIS  TIOBBIMIEHUST 3(PGEKTUBHOCTH BBISABICHUS XPOMOCOMHBIX aHOMAIMM U
BPOXKJCHHBIX TOPOKOB PAa3BUTHUS ILJIOJIa HCIOJIb3YIOTCI KOMOMHHUPOBAHHBIE U
UHTETpaJIbHbIE  TECThl,  BKIIIOYAIOLIUME  COYETAaHWE  OMOXMMHYECKHX U
yIIBTPa3BYKOBBIX MapKepoB, MO3BOJIAIOIINE CYLIECTBEHHO MOBBICUTH
YYBCTBUTEIBHOCTh JUATCHOCTUKHM W CHHU3UTHh YPOBEHb JIOKHOIOJIOKUTEIBHBIX
PE3yJIbTAaTOB, a TAKXKE IIMPOKO NPUMEHSETCS HEMHBA3UBHBIN IPEHATAIbHBIN TECT.

[IpoBeeHHBII aHAIN3 JIUTEPATYPhl CBUIETEIBLCTBYET O TOM, YTO AKTYaJIbHOCTh
npoOjeMbl  OOyCNOBIIEHa OTCYTCTBHEM €IMHCTBA MHEHMH CHELUAIMCTOB TIO
KIIFOYEBBIM BONPOCAM, KacarOIIMMCS pPAaHHEW KOMIUIEKCHOM auarHoctuku BIIP
wiona. IIpuBeneHHbIE JaHHBIE TMO3BOJSIIOT CUYMTATh TOHCK M pa3paboOTKy
ONTUMAJIHOTO JIMArHOCTMYECKOTO aJITOPUTMA T€HETUYECKOTO HaOMIOJeHUs 3a
MKEHIIMHAMH TPYMIbl PUCKA O POXKICHUIO JETEd C aHOMAIUSAMH, TO3BOJISIOLICH
IPOTHO3UPOBaTh BO3MOYKHOE pa3BUTHE IOPOKOB Yy OEpeMEHHOM, OJHOM u3
aKTyaJbHBIX MpoOsieM. MaJoYnCIeHHOCTh IMyOJMKAIlui, MOCBSIIEHHBIX JTaHHOU
npo0jeMe U OTCYTCTBUE OOOOIIEHHBIX pabOT CBUIETENBCTBYET O HEIOCTATOUHOU
WHOOPMUPOBAHHOCTH  CHELUAIUCTOB O  COBPEMEHHBIX  JIMArHOCTUYECKHX
O0COOEHHOCTSIX U METO/IaX PAHHETO BBISBIICHUS 3TOM KaTEropur aHOMAIUH.

CBsi3pb IMCCEPTALMOHHOIO HCCJEJI0BAHMA ¢ IUIAHAMHM  HAY4HO-
HCCJIeI0BATEILCKUX PadoT BbICHIEr0 00pa3oBaTeNbHOIO0 Y4YpeKJACHHS, IJie
BBINIOJIHEHA JHccepTanuA. JluccepTaMoOHHOE HWCCIEAOBAaHUE BBINOJHEHO B
paMKax IUlaHa B COOTBETCTBUU C NPUOPUTETHHIMH HAIPaBJICHUSIMU DPa3BUTHUS
Hayku W TexHonoruil PecnyOnmuku VY306ekuctan ['HTII-9 «PaspaboTka HOBBIX
TEXHOJIOTM  MpPOQUIAKTUKH, JIMAarHOCTHKH, JIEYEHHUAd U  peadwIuTauuu
3a00€BaHUN YEJIOBEKa», HAYyYHO-UCCIIENOBATEIBCKUX paboT TamkeHTCKOoro
MHCTHUTYTa YCOBEPIIECHCTBOBAaHUS Bpaueil o teMe: « HoBble TEXHOIOTUH 1 METOIbI
KOPPEKIIMM B 4YaCTHOM, OO W OJKCTPEHHOW XUPYpruu: B HaINpaBICHUU
HCCIICIOBAHNSI POJIM M 3HAYEHHS] COBPEMEHHBIX TEXHOJIOTHMH YJIbTPa3ByKOBOM
JUArHOCTUKH B KIIMHUYECKON MEIUILIUHEY

Heabo uccieqoBaHusl SABISETCA YIYUYLICHHE JIMATHOCTUKU BPOXKICHHBIX
MIOPOKOB pAa3BUTHSI W XPOMOCOMHBIX aHOMAalui IUIOJA B TEPBOM TPUMECTPE
OEpeMEHHOCTH, NYTEM MNPUMEHEHHSI YIbTPa3ByYKOBOIO M OHMOXMMHYECKOTO
CKpUHMHTA.

3axa4u uccJie10BaHUA:

M3YyYUTh  CPAaBHUTEJIBHYIO  XapaKTEepPUCTUKY  (PETOMETPUYECKUX U
OnoMeTpuyeckux HopmaTuBOB | TpumecTpa OEpeMEHHOCTH C TOKa3aTelIsIMU
IPYTUX CTpaH U pa3padoTaTh perMOHANIbHbIE HOPMATHUBBI;

OIICHUTHh B3aWMOCBS3b BO3pacTa OEPEeMEHHOW JKCHIIUHBI C YacTOTOM
BCTPEUAEMOCTH XPOMOCOMHBIX HApPYIIEHUNW M BPOXKICHHBIX MOPOKOB Pa3BUTHS
miofa, a Takke (EeTOMETPUYECKUX U OHOMETPUYECKUX TOKa3aTelne ¢
OMOXUMHUYECKUMH MapKepaMHu;

OLICHUTh  3()PEKTUBHOCTH  YJIBTPA3BYKOBOTO,  OMOXMMHUYECKOTO  H
KOMOWHUPOBAaHHOTO CKpUHUHTA B 11-14 Heq 6epeMEeHHOCTH B BHISIBIIEHUN TTOPOKOB
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Pa3BUTHS U XPOMOCOMHBIX aHOMAJIH IJI0AA;

OLICHUTh BO3MO>XHOCTH HEMHBA3WBHOI'O IIPEHATAJIBHOIO TECTA U MHBA3UBHOMN
JMAarHOCTUKH B BepU(UKAIIMK OKOHYATEIbHOTO JUarHo3a;

YCOBEPIIEHCTBOBaTh M OOOCHOBAaTh HOBBIM IPOTOKOJ CKPUHUHIOBOTO
yJIBTPa3BYKOBOTO HccienoBanus B 11-14 Henenb 6epeMeHHOCTH;

pa3paboTaTh aJrOPUTM IMPEHATAIbHON JWAarHOCTUKU BPOKIEHHBIX IOPOKOB
pa3BUTUS U XPOMOCOMHBIX aHOMalIui IuoAa B | Tpumectpe OepeMEHHOCTH, C
1EJIbI0 TOBBIIEHUS 3 (HEKTUBHOCTU UX PAHHEN JUATHOCTUKH

O0bekTOoM HcciaenoBaHmusi: JaHHble 14550 KeHIIMH, MPOIIEAIINE
KOMILIEKCHOE oOciienoBanue 3a nepuoa ¢ 2008 nmo 2018 rr. B Pecniybnukanckom
neHTpe «CKkpuHUHT MaTepu U peOeHka». beutu u3yuensl nanusie 13797 xeHmmH
OCHOBHOW TpYIIIbI, U3 KOTOpPBHIX 12424 manueHTOK BOLUIM B TPYIITy HHU3KOrO
pucka, 998 - B rpynny npoMe:KyTOYHOTO pUcKa U 375 — B IpYyIIILy BBICOKOTO PUCKA
0 BPOXJCHHBIM IOPOKaM pa3BUTUSA M XPOMOCOMHBIM 3a0ojeBaHUSAM. 368
KEHILUH C (PU3HOJIOTHUECKUM TEUEHHEM OEpEMEHHOCTH COCTaBUIIM KOHTPOJIBHYIO
rpynimy, a Takke ObUTM M3y4deHbl aHKETHbBIC JaHHbIE JeTe ¢ cuHapomoM /[layHa,
COCTOSIIIUX Ha ydeTe y Bpada reHetuka PecnyOnmkaHckoro neHtrpa « CKpUHHUHT
MaTepU U peOeHKa.

IIpenmeroM wucciieqoOBaHUSA: SBIAETCS KpPOBb U3 BEHbl OEpEMEHHBIX,
MaTepuagbl XOPUOHOMOINCHUM, OMONTAThl XOPHMOHA M IUIALEHTHI, B3STHIE INpPHU
MOMOIIM IUTALIEHTOOMONCUM M 00pa3lbl MYyNOBUHHOW KpPOBHU, IOJYYEHHBIE C
MTOMOILBIO KOPJIOIIEHTE3A.

Metoabl muccaeaoBanusi. Ilpu BbIMONHEHHMM padOTHl  MCIOJb30BaHbI
(dheromeTpuueckue, OMOMETPUUECKUE, OMOXUMUYECKUE U CTATUCTUYECKUE METOMIbI
MCCJIEIOBAHMUS.

HayuyHnasi HOBH3HA HCCJIeI0BAHMS 3aKJIIOYAETCS B CIETYIOIIEM:

00OCHOBaHbl PETHOHAJIbHbIE OCOOCHHOCTH pa3iu4us KOMYMKO-TEMEHHOTO
pa3Mepa JUIsi OObEKTUBHOW OIIEHKH POCTa U Pa3BUTHUS IUIOAA U COOTBETCTBUS €r0
pa3MepoB CPOKY OEPEMEHHOCTH;

JOKa3aHbl YJIbTPa3BYKOBBIE KPUTEPHUH MPEHATAIBHOW JUArHOCTUKH IIJIOJIOB C
MOPOKaMU PAa3BUTHUS U XPOMOCOMHBIMU aHOMAJIMSIMU C Y4ETOM OMOMETPUUECKUX U
(deToMeTprUECKHUX TOKa3aTeel, BKIIoUas KOMUUKO-TEMEHHOM pa3Mep, TOJIIUHY
BOPOTHUKOBOTO MPOCTPAHCTBA, HOCOBYIO KOCTh U (PPOHTO-MaHAUOYIISPHBINA
pasmep;

JOKa3aHbl KPUTEPUU CHEUU(PUUECKOT0 OMOXMMUYECKOTO U YIbTPa3ByKOBOTO
CKpUHUHIA, a Takke (EeTOMETpUYECKHe U OHOMETpUYECKHE OCOOEHHOCTH
Bepu(dUKauu pucka pa3BuTHs cuHApoMa JlayHa u Mukpouedanuu B paHHUE
CPOKH;

pa3paboTaH KOMIUIEKCHBI TOAXOJ K OIEHKEe 3Xorpauueckux W
OMOXMMHMUYECKUX MapKEpOB XPOMOCOMHBIX aHOMAJIMH W  YJIbTPa3ByKOBOM
AHATOMHMM IUIOAA, IPU CKPUHUHIOBBIX HCCIEJOBAHUSAX C HCIIOJIb30BAHUEM
HEMHBA3WBHOI'O [TPEHATAIIBHOTO TECTA;

YCOBEpPIIIEHCTBOBAH MPOTOKOJI YJIbTPa3ByKOBOTO MCCIEAOBAHUSA U pa3paboTaH
JAMArHOCTUYECKUN aJTOPUTM MO3TATHOTO KOMIUIEKCHOTO CKPUHHUHT 00CIIeIOBaHUS
JUISI CBOEBPEMEHHOI'O BBISIBJIEHUSI MAPKEPOB XPOMOCOMHBIX aHOMAJIMA M MOPOKOB
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pa3BUTHS TUIOAA B paHHHE CPOKH OEPEMEHHOCTH.

IIpakTH4yeckue pe3ybTaThl HCCJIET0BAHUSA 3aKIIOUAIOTCS B CIEAYIOLIEM:

pa3paboTaHbl PETMOHAIBHBIE HOPMATHUBBI KOIMYUKO-TEMEHHOTO M (PPOHTO-
MaHIUOYJISIPHOTO pa3Mepa, TOJIIUHBI BOPOTHUKOBOTO MPOCTPAHCTBA M HOCOBBIX
KOCTEH IIJIOJA;

BepU(ULIIUPOBAHBI PE3YJIbTaThl MHBA3UBHOTO BMEIIATENHCTBA, [MO3BOJIUBIINE
ONpEJEINTh OCHOBHBIC HAIpaBICHUS AJiI COBEPIICHCTBOBAHUS MPEHATAIHLHOTO
CKPUHHHTA;

JlaHa OLIEHKA CTPYKTYpE ONPENENECHUsI CPOKOB OEPEMEHHOCTH, YCTAHOBJICHHUIO
HOPMATHBHBIX 3HAYEHUI W MapaMeTpoB pacnpeneneHus ouoxummuueckux (PAPP-
A, cBoOoHON B-XIY) M yabTpa3ByKOBBIX MapKEpOB — TOJIIMHBI BOPOTHUKOBOTO
MPOCTPAHCTBA, HOCOBBIX KOCTEH, a Takke (PPOHTO-MaHIUOYISIPHOTO pa3zMmepa
J10/13;

YCOBEPIIEHCTBOBAHbI KPUTEPUU paHHEW JIMATHOCTHUKUA MUKpoledainu ¢
YUETOM IMPENJIOKEHHOTO0 CKPUHUHI-Mapkeépa A BEepUPHUKAIUM OTKIOHEHUS OT
HOPMAaTUBHBIX 3HaYEHUN (PPOHTO-MaHIUOYIISIPHOTO pa3Mepa oA,

YCOBEpPILIEHCTBOBAHA JMArHOCTUYECKasi BepU(pUKaALKs BPOXKIECHHBIX TTOPOKOB
pa3BUTUs IJI0JAa OT BBIOOpa crocoda MpPOBEACHMSI MPEHATAIBHOIO CKPUHUHIA,
OCHOBAHHOTO Ha y4€Te UCXOAHBIX 3XOrpapuuecKkux, ONOXUMUYECKUX MTapaMeTPOB,
B COUETAaHMM C HEUHBA3UBHBIM IPEHATAJIbHBIM TECTOM M HHBAa3UBHOU
JTAArHOCTUKOM.

JlocToBEepHOCTH pe3yJIbTaTOB HCCJIeI0OBAHNS NOJTBEPKIACTCS
MPUMEHEHUEM B HAYYHOM MCCIIEIOBAHUU TEOPETHYECKUX IMOAXOIOB U METOJIOB,
COOTBETCTBUEM TEOPETHUYECKUX MATEPUAIOB C MOJYYEHHBIMU pe3yJbTaTaMHu,
METOJO0JOTUYECKA TMPABWIBHBIX MPAKTUYECKUX HCCIAEAOBaHUM, JOCTaTOYHBIM
KOJIMYECTBOM OOJIbHBIX, OOOCHOBAHHOCTBIO YJIBTPA3BYKOBBIX (PETOMETPUYECKHUX,
OMOMETPUYECKUX, OMOXUMHUYECKHX, IIUTOIC€HETUYECKUX, WHCTPYMEHTAJIbHBIX,
71a00paTOPHBIX, KIMHUYECKUX, (PApMaKOJIOTHYECKUX U CTATUCTUYECKUX METOJOB.
A pe3ynbTaThl ONEHKH J(PGEKTUBHOCTH YIbTPA3BYKOBBIX M OHMOXUMHUYECKHUX
METOJIOB CKPUHHUHIA BPOXKJEHHBIX MOPOKOB Pa3BUTHUS IJIOJA U XPOMOCOMHBIX
aHOMaJIMil OBLJIM COMOCTABJIEHBI C MOATBEPKIACHHBIMU PE3YJIbTaTaMU 3apyOeKHBIX
U OTEUECTBEHHBIX MCCIIEIOBaHUM, 3aKIIOYCHHE U MOJYyYEHHbIE PE3yJIbTaThl ObUIN
MOJITBEP>KJICHBI TOJIHOMOYHBIMU CTPYKTYPaMHU.

Hayuynasi u npakTuyeckasi 3Ha4YMMOCTb Pe3yJIbTATOB HCCJIeI0BAHMS.

HaydHast 3Ha4YUMOCTb pEe3yJbTAaTOB HMCCIEIOBAHUSA ONpPENENSETCS TEM, 4TO
MOJIyYeHHBIE BBIBOJABI U MPEIOKEHUS UMEIOT CBOIO TEOPETUUYECKYIO 3HAUNMOCTD,
KOTOpPbIE BHOCAT CYLIECTBEHHBIH BKJIaJ B OLEHKE OCOOEHHOCTEW MpEeHATaTbHOU
JUArHOCTUKH XPOMOCOMHBIX aHOMAJIMA U MOPOKOB PA3BUTHS IUIOAA, OMPEAEIICHBI
pervoHanbHble  (EeToOMETpUYecKMe W OMOMETPUYECKHME HOPMATHBBI  JJIs
OOBEKTUBHOM OIIEHKM pOCTa IJIOJJa M COOTBETCTBHS €r0 pPa3MEpPOB CPOKY
OepeMEeHHOCTH B paHHUE CPOKHU, YCTAaHOBJICHBI HX0rpaduyeckue KpUTEPUH OLEHKU
(bpOHTO-MaHIUOYISPHOTO pazmepa Ioja u yCOBEPIIEHCTBOBaHA
YyBCTBUTEIHHOCTh KOMOMHHPOBAHHOI'O CKPUHUHTA ITPU XPOMOCOMHOM MMaTOJIOTHH,
MO3BOJIUBIIAS  BBIIEIUTH TPYMIIY BBICOKOIO pHUCKA IO BPOXKIECHHBIM U
HACJIEICTBEHHBIM 3a00JIEBAHUSM.
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[TpakTnyeckass 1IEHHOCTh paOOThI 3aKIIIOYAETCS B TOM, YTO MPEIJIOKEHHAs
MeTolMKa  OOpabOTKM  TIOJYYEHHBIX  pe3yJbTaTOB  YJIBTPAa3BYKOBOTO U
OMOXMMHUYECKOTO  CKPUHHHIA,  4YTO  TO3BOJIMJIO  COKPATUTh  YacTOTY
JIOKHOMOJIOKUTENBHBIX M JIOAKHOOTPULIATENBHBIX OTBETOB, JIOKa3aHO IIpU
POBEJACHNN HEMHBA3UBHOTO MPEHATAJIBHOTO TECTA B COUETAHUM YJIbTPA3BYKOBBIM
CKDUHUHIOM, VIY4YUIEHHE JUAarHOCTUKH IIOPOKOB  pPa3BUTHS  IUIOJa U
XPOMOCOMHBIX aHOMAJIMd M CHUYKEHHE PHUCKA MOCTUHBA3WBHBIX OCIOKHEHUHU.
BepudummpoBanbl 0COOCHHOCTH TPOBEICHHSI WHBA3WBHBIX BMEIIATEIBCTB TPHU
KOMOMHUPOBAHHOM CKPUHUHIE, BIUSIONIMX Ha JOCTOBEPHOCTh PE3YJIhTATOB
MpPEHATATBbHOTO  OOCJIENOBAaHUS,  IO3BOJUBIIMX  OMPEIACIUTh  OCHOBHBIE
HaIpaBJICHUS [IJI1 COBEPIICHCTBOBAHUSI TAKTUKO-TEXHUYECKUX ACIEKTOB BEIACHUS
O0epeMeHHBIX. BHEpeHe peKOMEHTOBaHHBIX TAKTUKO-TEXHHUECKUX aCIIEKTOB MPHU
BBITIOJTHEHUH MPEHATAIBbHOTO CKPUHUHTA MO3BOJIUIIO COKPATUTh YACTOTY PaHHUX U
NO3/THUX OCJIOKHEHUH, a TAK¥KE€ YIYyYIIUTh CBOEBPEMEHHYIO TUAarHOCTHKY TOPOKOB
Pa3BUTHS IIOJA U XPOMOCOMHBIX aHOMAaJIHUH.

BHeapenne pe3yabTaToB HccienoBaHusi. Ha OCHOBaHMM MOJTYyYEHHBIX
HAy4YHBIX PE3yJIbTAaTOB MO COBEPIICHCTBOBAHUIO 3(PHEKTUBHOCTH YIIHTPA3BYKOBOTO
U OHOXMMHYECKOTO CKPMHHMHIAa TOPOKOB Ppa3BUTHS IUIOJA U XPOMOCOMHBIX
AHOMAJIUM:

YTBEPAKIACHbI ~ METOAMYECKHE  PEKOMEHAAUuu  «YJIbTPa3ByKOBOM U
OMOXUMUYECKUM CKPUHUHT OEpEeMEHHBIX» (CripaBka ~ MwuHHCTEpCTBa
3npaBooxpaHeHus Ne8u-p/209 ot 29 nexabps 2016 roma). Metonuueckue
pEeKOMEHJAIMK  TMO3BOJWIM  YIYYIIUTh  Ka4ecTBO U A(PQPEKTUBHOCTH
CBOCBPEMEHHOM MNPEHATAIBHON JTMAarHOCTUKHU, KaK XPOMOCOMHBIX aHOMAJIAM, a
TaKXe PAaCIIMPEHUIO 3HAHUM W HABBIKOB BpayeHl yJIbTPa3BYKOBOM TUAarHOCTUKH B
BepU(UKAIIUU ITUX OTKJIOHEHUH;

MOJIYYCHHBIC HAy4YHBIE pe3yJbTaThl M0 YJydlleHuto 3ddexTuBHOCTH
JUAarHOCTUKH TOPOKOB PAa3BUTHS U XPOMOCOMHBIX aHOMAJIMM IJI0/Ia BHEAPEHBI B
MPAKTUYECKYI0  JIESITEIbHOCTh  3JPAaBOOXPAHEHHsS, B  YaCTHOCTH, B
PecniyOnukanckuii  1eHTp «CKpUHUHT MaTepu ©W  peOEHkay, TalrkeHTCKui
MHCTUTYT YCOBEPIIECHCTBOBAaHUS Bpauer, Hamanranckuii 1 GepraHCcKkuil CKpUHUHT
neHTpsl (CnpaBka MunuctepcTBa 3apaBooxpaneHust Ne8u-3/51 ot 12 uronst 2019
rona). Brenpenue pe3yiabTaTOB HCCIAEAOBaHUS B MPAKTUKY  TO3BOJIHIIO
YCOBEPIICHCTBOBAaTh  TAKTUKY MPOBEICHUS  MPEHATAIBHOM  JUArHOCTHUKH,
o0ecrneYnTh paHHIOW BepuduUKaIuio U GOpMUPOBaAHUE TPYMHILI PUCKA POXKICHUS
pebeHKka C MOpOKamMu pPa3BUTHS U XPOMOCOMHBIMH AHOMAJIMSIMU, B YaCTHOCTH,
BBISIBUTH 67,4% TIJI0A0B C XpPOMOCOMHOM NATOJOTUEN, B TOM yucie 76,4% 1mionos
¢ 6osie3HbI0 J[ayHa, IpU 4acCTOTE JIOKHOTIOJIOKUTEIbHBIX PE3yIbTaToOB B 12,6%.

Anpolauust  pe3yJbTATOB  MCCJIeI0BaHUsi. Pe3yinbrarel  JaHHOTO
UCCIIeIOBaHMs OBUTM OOCYXKJIEHBI Ha 8 HAay4YHO-NIPAKTHUYECKUX KOH(EPEHIHSIX, B
TOM YHCIIe 6 MEXTYHAPOIHBIX U 2 peCyOTUKaHCKUX KOH(MEPECHITUSX.

Ony0/MKOBAaHHOCTH pe3yJabTaToB HcciaenoBanmid. [lo Teme nuccepranuu
onyosuKoBaHO 27 HaydHbIX paboOT, M3 KOTOphIX 11 KypHaJbHBIX cTaTted B
HAYYHBIX H3JAHUSIX, PEKOMEHIOBAaHHBIX BBICIIEH aTTECTALMOHHOW KOMHUCCHUEU
PecniyOnuku VY30ekuctan st MyONMKalMM OCHOBHBIX HAy4YHBIX PE3YJIbTAaTOB
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JOKTOPCKUX JUCCEpTaIii, 3 HUX 7 B PECIyONMKAHCKUX M 4 B 3apyOeiHBIX
W3IaHUSX.

Crpykrypa m 00beM auccepraunmm. J[uccepraius COCTOUT U3 BBEICHMS,
NATH TJaB, 3aKJIIOYCHHUsS, CIIMCKAa HCIOJIB30BaHHON juTepaTypbl. O0beM
JMCCEepTalU COoCcTaBigeT 163 cTpanuil.

OCHOBHOE COJEPXAHUE JUCCEPTALIUUA

Bo BBeneHum 0O0OCHOBBIBAETCS aKTYallbHOCTh W BOCTPEOOBAHHOCTH
IIPOBEJICHHOIO0 MCCIENOBAHUsA, LEb U 3aJa4d HCCIEHOBAHUSA, XapaKTEPU3YETCs
OOBEKT M TMpEeAMET, IMOKa3aHO COOTBETCTBHE MCCIIEJOBAHUS MPUOPUTETHBIM
HaIlpaBJICHUSAM HAYKH U T€XHOJOruu PecnyOnuku, u3naraercs HaydyHasi HOBU3HA U
MIPAaKTUYECKHE  pPEe3yJIbTaTbl  UCCIEAOBAHMS, PACKPBIBAIOTCA  Hay4yHass U
MIPAKTUYECKAsl 3HAYMMOCTH IOJYYEHHBIX pPE3YyJIbTaTOB, BHEAPEHHE B MPAKTUKY
pPE3yNbTaTOB MCCIIEOBAHUS, CBEICHUS 10 OMMyOJIMKOBAaHHBIM padOTaM U CTPYKTYpE
JIUCCEpPTALUH.

B mnepBoii r1iaBe nuccepranuu  «YJIbTPa3BYKOBOH W OMOXHMHYECKHd
CKPHHMHI IOPOKOB Pa3BUTHS ILUI0A U XPOMOCOMHBIX AHOMAJIMID) TTPUBEICHBI
pe3yNbTaThl UCCIEAOBAHUN U JIETaIbHBIM aHAIM3 OTEYECTBEHHOW M 3apyOeKHOU
JUTEPATYpPHI 1O TeMe paboThl. Takxke nmpuBeneHbl 0030p MyOIMKaLUA, B KOTOPHIX
pPaccMOTPEHbl OCHOBHBIE MOJXOAbl U CTaHJAAPTHU3ALMS O0bEMA HCCIEIyEMbIX
CTPYKTYp IUIOJIa TIPH YIABTPa3BYKOBOM CKPUHHUHTE B PAaHHHE CPOKH OEPEMEHHOCTH,
OTpaXXEHbl ~ BO3MOYKHOCTM  NIPEHATAIILHOM  YJIbTPa3BYKOBOW  JUArHOCTUKH
BPOXKJICHHBIX TIOPOKOB pa3BuTus Ioga B 11-14 Hemenr OepeMEHHOCTH.
[IpeacTaBieHsl COBPEMEHHBIE JaHHBIE [0 YCTAHOBJIEHHUIO IPEHATaJIbHBIX
AXOrpaUUecKux MapKEepoOB XPOMOCOMHBIX aHOMAJIMWA MEPBOTO TpHUMECTpa
OepeMEHHOCTH.

Bo Bropoit rnaBe pucceprauun «O0mas XapaKTepUCTHKA KIMHUYECKOI0
MaTepuaja W MeTOJ0B HCCJIeOBAHMS» IpUBEAcHA Xapaktepuctuka 14550
aHKET: OCHOBHYI rpynny coctaBuid 13797 nanMeHTOK  MIpoLIenlne
KOMOWHHUPOBAHHBIM CKPUHUHT, MO pe3ylibTaraM KoTtoporo 12424 mnanueHToK
BOLIJIM B TPYNITy HU3KOTO pHcKa, 998 manueHToK — B IpyIy MPOMEXYTOUYHOIO
pucka u 375 MauMEHTOK — B TPYNNy BBICOKOTrO pucka. KoHTponpHyr0 rpymnmy
coctaBwi 368 mMaMeHTOK ¢ (U3UOJIOTMUECKUM TEUEeHHEM OEpEeMEHHOCTH C
HEOTATOIICHHBIM HACIJIEICTBEHHBIM M aKyIIEpCKUM aHaMHE30M. JaHHas rpymnmna
UCIIONb30BaJach [JIsl pa3padOTKM HOPMATUBHBIX MPOLEHTUIIBHBIX 3HAYEHUU
Kormyuko-teMeHHoro pasmepa (KTP), TonmumHbl BOPOTHMKOBOTO HPOCTPAHCTBA
(TBII), nnunst HocoBbIiX KocTel (HK) u dhponTO-ManubyIspHOTO pazMepa 1mioja
(OMP). Takxke ObUTM aHATU3UPOBAHBI AHKETHBIE JJaHHBIC 385 neTel ¢ CUHIPOMOM
JayHa, coctosiux Ha ydere reHeTuka B PecnyOiukanckoMm 1eHTpe «CKpUHHUHT
MaTtepu U peOeHKay.

Jlnis penieHus 3a/1a4, IOCTAaBJICHHBIX B HACTOAIIEH padoTe, HCIIOJIb30BAH BEChH
apceHaJl METOJ0B, NMPUMEHSEMBIX B MPEHATAIBHOW JMATHOCTHKE IJIsi OTOOpa
OepeMEeHHBIX JKEHILIUH TPYNN BBICOKOIO PHCKa BPOXKICHHONW M HACJIEICTBEHHOMU
(XxpoMocoMHO#) maronoruu y Miona. Habop cmenuanbHbIX J1aOOpaTOPHBIX
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METO/IOB HCCIICIOBAHUS BKJIIOYAIM CICAYIONINE OCHOBHBIE METOMBI: METObI
yIIbTPa3BYKOBOM AMArHoCTUKH (yJbTpa3BykoBas (eromeTpusi, OHOMETpus);
OMOXMMHUYECKOE HCCIEOBAaHUE SMOPHOHAIBHBIX MAapKEPHBIX CHIBOPOTOYHBIX
O€JIKOB KPOBH; HEHBA3UBHBIN MpeHATATLHBIN TECT.

[{urorenerTnueckre METOIbI UCCIAEAOBAHUS OMONTATOB XOPUOHA U TLJIAIICHTHI,
MOJIYYCHHBIX TPU TOMOIIM XOPUOHOMOICHUM, IUIALIEHTOOMOINICUU WM 00pa3IoB
MYTMOBUHHOW KPOBH, MOJYUYEHHBIX C MOMOIIBIO KOPAOLIEHTE3a; MAaTeMaTUYECKHe
METOABl pacyeTa pHUCKa POXKICHHUS PEOCHKAa C XPOMOCOMHBIMH aHOMAJIHSIMU;
METO/Ibl CTATUCTUYECKON 00pabOTKK MaTepHaia.

Jist  pa3pabOTKM  HOPMATHUBHBIX MPOICHTIJIBHBIX 3HAYCHUH KOMYHKO-
TEMEHHOTO pa3Mepa, TONIHUHBI BOPOTHUKOBOTO IMPOCTPAHCTBA, JUTMHBI HOCOBBIX
KOCTel M (poHTO-MaHAMOYIAPHOTO pasMepa Iwiofa Obuin obOcnenoBaHbl 368
MAlMEHTOK C (PU3MOJOTMYECKUM TEYEHHEM OEpPEMEHHOCTH IpPH 3XOrpaduyeckoM
HaOmoneHun, U3 HuX 85 (23,09%) GepemenHbix oOcienoBansl B 11 Hemens, 103
(27,99%) - 12 menens u 180 (48,91%) 6epeMeHHBIX B 13 HeCIb.

[TpoanamusupoBanbl aHkeTbl 344 (2,42%) ManueHTOK, y IUIOJ0B KOTOPBIX
OBLITM 3apErUCTPUPOBAHBI MOPOKH PA3BUTHS IUIOJA M aKyIIEpCKUE MaTOJOTHUHU, a
takke 88 (23,5%) ciywaeB, W3 rpymmy NPOMEXYTOYHOIO M BBICOKOTO PHCKa
POXJIEHUS JeTe C XPOMOCOMHBIMH aHOMAJIUSMH, KOTOPHIM IPOBEICHBI
WHBA3UBHBIE TPOLETYPHI, NIl OHEHKH 3((PEKTUBHOCTH HUCIOJIb30BaHUS HOBOTO
napamerpa ((ppoHTO-MaHIMOYJIAPHOTO pa3Mepa) B paHHEHd JAMArHOCTHKE
MUKpole]anuy; YCOBEpUICHCTBOBAaHME H OOOCHOBaHHWE HOBOTO MPOTOKOJA
CKPUHHMHTOBOTO YJIbTPAa3BYKOBOTO HccienoBaHusi B 11-14 Henenb OepeMEHHOCTH;
ompeeeHe BO3MOXHOCTH TPEHATALHON »XOorpaduu B paHHEH TUArHOCTHUKE
MMOPOKOB PA3BUTHS TUIOJA M XPOMOCOMHBIX aHOMAJTHH.

B paGore npuBeacHBI JaHHBIC KOMIUIEKCHOTO KIIMHUKO-WHCTPYMEHTAIBHOTO,
YIBTPa3BYKOBOTO, 71a60paTOPHOTO oOcnenoBaHus, IPOBEJICHHOTO B
PecnyOnukanckoMm nientpe « CKpuHUHT Matepu U pedéukay 3a 2008-2018 rona.

Bcero mnpoBeneno 14550 wuccnenmoBanuii, u3 Hux 14165 (97,4%)
yIbTpa3ByKOBbIX, 13821 (95,1%) Ouoxumuyeckux u 88 (23,5%) WHBA3UBHBIX
METOJ/IOB UCClenoBanuii U u3ydeHo 385 (2,6%) anker nereit ¢ cunapomom JlayHa,
18 (4,8%) HEeMHBAa3MBHOT'O MPEHATAIBHOI'O TECTA.

N3 14165  ynpTpa3BykoBbIX  uccienoBanui, 13821  (97,6%) ¢
(Gu3MONOTUYECKUM  TeueHHeM  OepeMeHHOCTH.  OCNOXHEHHOE  TEYEHHUE
OoepemenHoctd y 344, u3 HuUX ¢ mopokamu pa3BuTus miona 212 (1,49 %), u
akymepckas naronorus y 132 (0,93%), y 375 (2,65%) GepeMeHHBIX — BBICOKHI
PHUCK POXKIICHUS ETEH C XPOMOCOMHBIMU aHOMAJTHSIMHU.

AHKETBI KEHIWH JIJI1 KOHTPOJIBHOW TPYIITBI UCCIICIOBAHUS OBLTA OTOOPAHBI
M0 CIEAYIOUIMM KPUTEPHUSM: BO3pacT OepeMeHHbIX OT 18 mo 42 ner; TOYHO
M3BECTHA JaTa mocliefHe MeHcTpyauun npu 26—30 AHEBHOM IMKIIE WJIU JlaTa
3auaTvs; JUIMTENBHOCTh MEHCTpyanuii 1o S5 1Hed, 0e3 mpuemMa opaabHBIX
KOHTPAIlENTUBOB B TEYEHHUE 3 MeECsIeB J0 MUKJIA 3a4arTus; KOJUYECTBO
oepemennocreri 1-10; ¢dwu3nonornyeckoe TeUeHHE OCEPEMEHHOCTH, HaJIUUIUE
OJTHOTUJIOJTHOM OepeMEeHHOCTH 0€3 MPU3HAKOB KaKOW-TMOO TMATOJIOTHH Y TUIOJA;
OTCYTCTBUE TE€HETHMYECKOW IMAaTOJOTHU M MOPOKOB PAa3BUTHSA y HOBOPOKIEHHOTO;
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poasl mpousonutd B cpoke oT 37 no 40 Henenb; Macca peOEHKa MPH POKACHUU
HaXOJWJIach B Mpenesiax HopMaTuBHbIX 3HaueHui ot 2500 no 4640 r, poct ot 46
no 61 cm; oTcyrcTBHe 3a00JieBaHMII y MaTepu TaKUX Kak: apTepHalibHON
TUIEPTEH3UHU, caxapHbli auaber, 3a00JeBaHUsA I[IUTOBUIHOM JKele3bl U
MOYEBBIJICTTUTEILHOW  CHUCTEMBI, OCTPBbIX HH(MEKIMOHHBIX W TE€HUTAJIBHBIX
3a00seBaHUM BO BpeMsi OEpEMEHHOCTH.

B  tperbeli r1imaBe  auccepranuu  «Pa3paGoTka  HOPMATHBHBIX
(peromerprueckux u OuoMeTpHYeckMX moka3zaredeid B 11-14 Hemeanb
0epeMeHHOCTH» ITPOAHAIM3UPOBAHBI PE3YJIbTAThl IPOBENCHHBIX UccienoBaHui. C
LEIbI0 Pa3padOTKM PETHMOHAIBHBIX HOPMATHBHBIX MPOLICHTHIBHBIX 3HAYEHUUN
TaKUX KakK, KOMYUKO-TEMEHHOW pa3Mep, TOJNIIHMHA BOPOTHUKOBOTO MPOCTPAHCTBA,
JUTMHA HOCOBBIX KOCTEH 1 (PpoHTO-MaHAMOYISAPHBINA pa3Mep IJI0/]a, B 3aBUCUMOCTH
OT CpOKa TecTamuu, OblsIa OCYIIeCTBICHA HaMu y 368 marnmeHnTok B 11-14 Hemenb
o6epemenHocTu. [IpoBeeHHbIC HCCIIEIOBAHUS MTO3BOJIUIN YCTAHOBUTH, YTO OLIEHKA
KOITYMKO-TEMEHHOTO pa3Mepa M BOPOTHHKOBOIO IIPOCTPAHCTBA OKa3ajach
Bo3MOxHOU y 100% mnooB.

VibTpa3BykoBas (eToMeTpus W OMoOMeTpus mpoBogmiack y 368 (2,96%)
OepeMEeHHBIX C M3MEPEHHEM BEJIMYMHBI KOMUUKO-TeMeHHoro pasmepa (KTP), c
(bU3MONIOTUYECKUM TeYeHHeM OepeMeHHocTu B cpokax 11+0-13+6 Hexens.
Konunko-TeMeHHOW pa3Mep M3MEPSUIM JBAXKIBl Y KaXXJIO0ro IUloJla U U3 ABYX
u3MepeHuil Beioupanocs cpennee 3Hauenue KTP (Puc. 1).

CRL 45-84

Puc. 1. Komuuko-TemeHHoii pa3mep mioga FMF (mm), st npoBeaenust
CKpUHUHIA | TpUMecTpa GepeMeHHOCTH

JInsa  onpeneneHuss COOTBETCTBUS  naHHOW  BenumuuHbl KTP  cpoky
OEpeMEHHOCTH, TMPOBOAWIM OIICHKY pa3iduuus MEXAYy CPOKOM OepeMEHHOCTH,
pacCUMTAaHHOM Ha OCHOBAaHHUM JIaThl IMOCJEIHEN MEHCTPyalUu MNpPU PEryIsipHOM
MEHCTPYaJIbHOM LIMKJIE, U HA OCHOBaHWHU BennunHbl KTP miona.

[Ipu paznuumsix MeEXIy CpoKaMu OEpeMEeHHOCTH TO JaTe IMOCeaHen
MeHcTpyannu u 1o BenmunHe KTP mmoma menee 5 nmHelr cpok OepeMEHHOCTH
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ONPENENSUIH 10 IaTe MOCAeAHEN MeHCTpyauu. Eciii 3TH pa3nuyuns OpeBbIILIaig 5
IHEH, CpOK OepeMEHHOCTH YCTAaHABIMBAJIM MO BEIMYMHE KOMYUKO-TEMEHHOIO
pasmepa 1iona. [lpu HeperynspHOM MEHCTpPYajJbHOM IUKIIE AJIS OIpeaesieHUs

cpoka OepeMeHHOCTH ucnoas3oBanu BenuunHy KTP mioga (puc. 2.).
100

77

80 69 65

60
60 ,, 50 25 20

57

40
20
0

S IPOLIEHTUIIb 50 nmpoueHTUIb 95 npoueHTuIb

B 11 Henenn [ 12 Henenn 3 13 "Henenb
Puc. 2. IIpoueHTHIN KOMYUKO-TEMEHHOT0 pa3Mepa IJioaa npu
(puznoI0rnIecKoM TedHeHUN OepeMeHHOCTH (MM)

Onenka OmomeTpuyeckux Tmokazateneit, Takux kak TBII, HK u ®MP,
3aBucUT OT BeauuuHbl KTP, mpu 3TOM MuHMManbHass BeIWYMHA KOMYUKO-
TEeMEHHOTO pa3Mepa Iuloga 1o JjaHHeiIM FMF  coctaBmser 45 MM, 3TO
cootBeTcTBYyeT 11 Hememsim OepeMeHHOCTH, MO HamuM pesyinbratam KTP
MHHUMAaJbHBIA pa3sMep cocTaBuwil 42 MM, a MakCuMaibHas 84 MM, MO HallUM
naHHeiM 77 mMm. HeoOxonmMo oTMmeTuth, 4TO paszpadoransbie pazmepsl KTP
Mmenuana B 11 Henenb cocraBuia 46,2+3,1 mMm, B 12 Henenp — 56,9+3,8 mMm, B 13
Henenb 69,1+3,7 mm (p<0,001, mapusrii t-rect) (Puc. 3).

Puc. 3. Ixorpamma KOMYMKO-TEMEHHOI0 pa3Mepa I101a AJsi NPOBeACHUA
CKpuHMHra | TpumecTpa 6epeMeHHOCTH (MM)
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KonnenTpanusi cBsi3aHHOTO C OEpEeMEHHOCTBIO OeNlka CHIBOPOTKU KpOBU A
(PAPP-A) u B-XOopHOHHUYECKOTO rOHAI0TpoNUHa yeiaoBedeckoro B-XI'Y B mepBom
TpUMeECTpe OEpeMEeHHOCTH, TPOBOIMIOCH U3MepeHre y 368 GepeMeHHBIX JKeHIIUH
npu cpokax 6epemeHHocTd 11 Hemens 1 nus - 13 Henens 6 nueut. [lpu u3zydyeHuun
OMOXUMHUYECKUX MapKEPOB OBbLIO BHIABIECHO, KOoHIIeHTpauus PAPP-A B 11 nenens
OepeMeHHOCTH B cpeaHeM gocturana 1,46 MoM, B 12 neaens-1,41 MoM u B 13
Henenb — 1,38 MoM, B -XT'Y B gaHHBIE CPOKH OEpeMEHHOCTH B cpeanem 1,31
MoM, 1,34 MoM u 1,41 MoM COOTBETCTBEHHO, ObLIIa BBISBIICHA IOJIOXKHUTEIIHHAS
KOppessiiuoHHas 3aBUCHUMOCTh [B-XI'Y OT KOMUMKO—TEMEHHOTrO pa3Mmepa, B
ommmuun  PAPP-A, umena oTpuuaTenbHYI0 KOPPEISIUOHHYIO 3aBHCUMOCTD.
VYBenuueHue TOMNMHBI BOpOTHUKOBOTO mpoctpanctBa (TBII) mioma saBasieTcs
MapKepOM XpOMOCOMHOM mnartonoruu mmiona. MccmemoBanunm wusmepenne TBII
MPOBOAWIOCH JBAXJBI BO BPEMsSI OJIHOTO HCCIIEIOBAHUS M W3 JIBYX U3MEPEHUM
BBIOMPATIOCh MaKCUMaJIbHOE 3HaYeHue JaHHoro mnokasaresns. Bennuuna TBII npu
IIEPBOM M BTOPOM HU3MEPEHUU Y OJHOTO M TOrO € IUIoAa JOCTOBEPHO HE
paznmuyanack (p<0,001, mapHsiii t-recT) (TadMI. 1).

Tadauma 1
HopmatuBnbie nokaszareau TBII (mm) muiona
Cpoxk 0epeMeHHOCTH [TponeHTHIH
5-1 50-i 95-i1
11 men. O nqueii — 11 men. 6 quei 0,7 0,8 1
12 ven. O nqueit — 12 Hen. 6 qHEH 0,7 0,9 1,2
13 men. O quent — 13 Hen. 6 nuen 0,8 1 1,4

Hamu ObL1 TpoBeieH perpecCuOHHBIN aHaIu3 B3auMocBs3u BennuuHbl TBIT u
cpoka OepemenHoctu. Oxorpadus TBII mnmomoB B mepBoM TpumecTpe
OepeMEHHOCTH TIPE/ICTaBJICHA Ha pUC.4.

Puc. 4. TosmmnHa BOPOTHUKOBOTO MPOCTPAHCTBA IJI10Aa (MM)

Kak Bumno n3 tabmune! 1 mokaszarenn TBII He n3MeHsIM B 3aBUCHUMOCTH OT
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cpoka recranuu. He HaOmomanoch MpsMON MPOMOPIMOHATHFHOW 3aBUCHMOCTH
mexay 3HadeHueM KTP u  ToOAMHON BOPOTHUKOBOTO MPOCTPAHCTBA, T.€.
CTATUCTUYECKU 3HAYMMOMN pPAa3HUIBI B 3aBUCUMOCTHU OT CpOKa OEpEeMEHHOCTH He
BbIsiBICeHO. Hampumep, B 11 Hemens npu 3HaueHun KTP 42-50 mm TBII
cootBercTBOBad 0,8 MM, B 12 Henens nipu KTP 51-57 mm TBIT — 0,9 Mmm u B 13
nHenens npu KTP 58-77 mm TBII B cpenrem cocraBua 1,0 mum. Ilpu onieHke pucka
XPOMOCOMHOW MAaTOJIOTHMM Yy IUIOJA, MOXHO OLEHUTh BenuuuHy TBII BHe
3aBUCUMOCTH OT CpOKa OEpEeMEHHOCTH B TIEPBOM TPUMECTPE, YTO TIO3BOJIUT
MOBBICUTH A(PPEKTUBHOCTh JAHHOTO MapKepa NPH BBISBICHUA XPOMOCOMHOMN
MATOJIOTUU TIJI0JA. Y KEHIIWH TPYIIBl BBICOKOTO pucka u3 375 cmydaeB B 95
HaOmoieHusX ObU10 oT™MeueHo yrosnmenue TBII ot 2,5 no 7,9 MM, u3 Hux B 12
ciydasx Obula mnoATBepKAeHa Tpucomuss mno 21 xpomocome. B rpynme c¢
MPOMEXYTOUYHBIM PUCKOM B OJIHOM ciry4ae u3 998 nabmoaenuii (TBII 1,9 mm) u B
rpynme ¢ Hu3kuM puckom B 13 (0,1%) nabmonenusix u3z 13314 ciydaeB ormeuanics
JIO’KHO oTpunaTeabHbiid pesynbtat (TBII 1,7-2,1mm).

B Hamem uccnenoBaHuM TPOBOAMIIACH OLEHKA HAIMYWS U U3MEPEHHUS JTJIUHbI
HOCOBBIX KOCTEH IUIOJ]a B 3aBUCHUMOCTH OT CpOKa OEpeMEeHHOCTH, KOTOpbIe
MIPE/ICTABJICHBI B BHUJI€ TPOLIEHTUIBHBIX KPUBBIX (5-i1, 50-it u 95-i mporeHTHIN)
(p<0,001, mapusiit t-tect) (Ta6m.2). [Ipu 3TOM 3a TUMOIUIA3UI0 HOCOBBIX KOCTEH
MPUHUMAIOT YMEHBIIICHUE UX YHCICHHBIX 3HAUYEHUN MEHEee 5-TO MPOICHTHIIA. S-as
MPOIEHTUIIb JIJIMHBI HOCOBBIX KOCTEH MPEACTaBISIET COOOM HUKHIOIO TPAHUILY
HOPMATHBHBIX 3HAYCHUN U CUMTAETCS KPUTEPUEM TUIOILIA3UU HOCOBBIX KOCTEH —
MapKEepOM XPOMOCOMHBIX aHOManui. Tak, OH COCTaBuWJj, MO HAIIUM AaHHbIM, 1,6
MM B 11 Henens 6epemeHHocTH U 2,5 MM — B 13 Henenb.

Bo Bcex cnydasx OTCYTCTBUSI BHU3yaJIM3allMM HOCOBBIX KOCTEM IIo/a B
MocJeAYyIoIIeM MOJATBEpKaaiach Tpucomusi mo 21-ii xpomocome (puc.5). B
OONBIIMHCTBE CIy4YaeB Yy IUIOJOB C CHHAPOMOM ODJBapjica HOCOBBIE KOCTH
JOIMPOBANUCH, U TTodToMy JuinHY HK menecooOpa3HO olleHMBaTh B COUYETAHUU C
OPYTMMH MapKepamMud XPOMOCOMHOM MAaTOJOTHHM IUI0AA B IEPBOM TPUMECTPE
OepeMEHHOCTH.

Tao0auma 2
HopMmaTuBHbBIE MOKAa3aTeJIM JJIHHBI KOCTEi HOca mioaa (Mm)
[IpouenTnip
Cpoxk OepeMeHHOCTH 5-i 50-i 95-i
11uen. O nueit — 11Hen. 6 qaen 1,6 2,6 3,2
128en. O nuet — 12Hen. 6 qHEH 2,0 2,9 3,6
138en. O quen — 13uen. 6 nHen 2,5 3,2 4

Takum 00pa3oM, ModTydeHHbIE AaHHBIE CBUICTEIBCTBYIOT O TOM, YTO MpHU
OTCYTCTBHM BH3yaJM3alldd HOCOBBIX KOCTEH Miofa ¢ OOJBIIONH CTENEeHbIO
BEPOSATHOCTH MOKHO 3aI0J03PUTh HAJIMYME Y HETO XPOMOCOMHOM NIATOJIOTUH.

Opnako y OOJIBIIMHCTBA IJIOI0B C XPOMOCOMHOM MaTOJOrHe HOCOBBIE KOCTU
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BU3YAJIM3UPYIOTCS YK€ B MEPBOM TPUMECTpe OCPEMEHHOCTH, YTO HE IO3BOJISCT
MCTIONb30BaTh OIIGHKY HOCOBBIX KOCTEH B KauyeCTBE EIMHCTBEHHOTO MapKepa
XpPOMOCOMHOW TMAaTOJIOTUX IJI0oJa. B 3TOW CBS3M HaAM TpeACTaBisieTcs Ooliee
11eJIeCO00pa3HBIM MPOBOAUTH U3MEPEHHE JUTMHBI HOCOBBIX KOCTEH B COYETAHUU C
APYTUMH MapKepaMH XpOMOCOMHOW TMaTOJIOTWH IUI0/Ia B TIEPBOM TPHUMECTPE
OepeMEeHHOCTH.

Puc.5. bepemennocth 13 Hegeab A- HocoBasi KOCTh BU3yaJIU3UPYeETCSA
HOpMa u B- oTrcyTcTBHE H300pa’KeHHUsI HOCOBBIX KOCTEH Y I10Ja ¢
cuHapomom /layna

Takum 00pa3om, OlLIEHKA TOJIIIMHBI BOPOTHUKOBOTO MPOCTPAHCTBA M JJIMHA
HOCOBBIX KOCTEH, SIBJISIFOTCS HE3aBUCHUMBIMU MOKa3aTEIsIMU, KOTOPhIE MOTYT OBITh
HCIIOJB30BaHbl B KOMOMHAIUM C JAPYTUMHU 3XorpaduuyecKuMud MapKepamu st
yBenuueHus: 3(PEeKTUBHOCTH YIBTPA3BYKOBOIO CKpPUMHUHTra cuHapoMa JlayHa y
mwiona B | Tpumectpe OepemMeHHOCTH. Tak, €clid YyBCTBUTEIbHOCTh
M30JIMPOBAHHOTO HKCMOJIb30BAHMS TOJIIUHBI BOPOTHUKOBOI'O IPOCTPAHCTBA B
HaIllUX MCCIENOBaHUIX cocTaBuia 66,4% npu cunapome JlayHa y mnoaa, TO npu
KOMOWHHPOBAaHHOM MPUMEHEHUH OLIEHKH TOJIIMHBI BOPOTHHKOBOTO TPOCTPAHCTBA
1 U3MEpEeHHre JUIMHBI HOCOBBIX KOocTel - 76,5%.

[Tostomy onenky TBII n nauHy HOCOBO#M KOCTH HEOOXOJAMMO HCIIOJIH30BATh
MpU CKPUHHMHTOBOM  YJIBTPA3BYKOBOM MCCJIEHOBAaHMU B PAHHUE CPOKHU
OepeMEHHOCTH.

N3mepenue dponTo-ManauOynspHoro pasmepa (OPMP) Obu1o mpoBeneHO Y
368 OepemeHHbIX B cpoke 11-14 nemenw. U3 uccienoBaHuii ObUIM HUCKITIOYEHBI
Cllydad, B KOTOPBIX Y IJIOAOB ObUIM JUArHOCTUPOBAHBI XA, BPOXKICHHBIC TOPOKH,
a TaKXe C BBIPAXEHHBIM MAaJIOBOJMEM, YTO MOIJIO 3aTPYIHUTh HCCIIEIOBaHUE.
KontposnbHyto rpynny cocraBwim 368 310pOBbBIX IUI0A0B. Bo Bcex 3Tux
HaOMIOACHUSAX OBUIM TIOJIYYCHBI CBEACHHS O HOPMAJIBHOM KAapHUOTHUIIE WITH
POXKJICHUHU 3JI0POBBIX AeTel. B Xo/e MpoBeneHHBIX HAMHU HCCIICIOBAHHMN OBLIO
YCTAHOBJICHO TMIOCTEIIEHHOE MPsIMO MPONOPUUOHAIBHOE YBEIMYECHHE JJIMHbI
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(bpoHTO-MaHANOYIAPHOTO pa3Mepa C BO3pACTaHHEM Cpoka OEpeMEHHOCTH II0
JMHEWHON 3aBUCUMOCTH. Tak )K€ OTHOIIIEHHE OUITapUEeTAILHOTO pa3Mepa TOJIOBHI K
(GbpoHTO-MaHAUOYIAPHOMY pa3Mepy ObUIO mpsiMo mpornopruoHanbHo (p<0,001,
napHsbIil t-Tect) (Tabdin.3).

Taoauna 3
HopmaTtuBHbie noka3zareau ®MP mioaa (Mm)
ITpouenTuib
Cpox 6epeMeHHOCTH 5-i 50-i1 95-i1
11 sen. O nueit - 11 Hen 6 nHEH 11 13 15
12 gen. O queit - 12 Hen 6 nHew 15 18 20
13 gen. O nueit - 13 "Hen 6 mHel 20 25 27

Takum oOpazoM, aHalIU3 peE3yJIbTAaTOB HCCIACAOBAHUM IMOKa3ad, dTO
pa3paboTaHHBIC pErHOHANIbHBIE (DETOMETPUUECKUE U OMOMETPHUCCKHUE TTOKa3aTeNn
HEOOXOIUMBI JiJisi 0oJiee IIMPOKOTO HCIOJL30BaHUS B MpPAKTHKE, TaK KaK OHU
OTJIMYAIOTCA OT (DETOMETPUUECKUX HOPMATHUBOB JIPYTMX CTpaH, U 3Ta pa3HUIlA
COCTaBJIICT B cpeAHeM 2-4 HeAelnu, YTO UMEET OOJIBbIIOE 3HAUECHHUE B JUATHOCTUKE
MMOPOKOB PA3BUTHS IUIOAA U XPOMOCOMHBIX aHOMAJIMW, B YCTAaHOBJICHUH TOYHOTO
Cpoka OEpEeMEHHOCTH, BIIMUSIONIME HA TAKTUKY BEJCHUS POJIOB, MPOBEICHUS
KOPPUTUPYIOLIEH TEPATIUU.

[To pexomenmamusim FMF mnpoBeneHue CKpUHMHTAa TIEPBOTO TPUMECTPA
cranaaptieiM KTP nns 11-14 wen., sBusiercs 45-84 mm, paspaboTaHHbBIE
HopmatuBel KTP B pervone 42-77 mm. YIbTpa3BYyKOBbIE (PETOMETPUUYECKUE U
OMOMETpUYECKUE  TOKa3aTesd:  KOMYMKO-TEMEHHOTO  pa3Mepa,  TOJIIHUHBI
BOPOTHUKOBOTO  TPOCTPAHCTBA, JJUHBI HOCOBBIX KOCTe ©  (ppoHTO-
MaHJIUOYJISIPHOTO pa3Mepa, yKa3blBAIOT HA AHTPOIOMETPUYECKHE M ITHUYECKUE
OCOOCHHOCTH XapaKTepHbIE ISl Pa3HbIX PErMOHOB W CTpaH. B CBs3u ¢ 3TuM,
pa3paboTaHHble HaMu (HETOMETPUUECKHE TOKa3aTeau IUIoJa MOTYT IIMPOKO
HCIIOJIL30BaThCS B KAa4ECTBE PETHOHATIBHBIX (DETOMETPUUYECKUX HOPMATHUBOB JJIs
PecnyOnuku Y30ekucraH.

B derBepToit rnaBe nuccepraiuu  «CoBepllieHCTBOBAHHME TMPOTOKOJIA
YJIbTPa3BYKOBOIo ucciaenoBanus B 11-14 nexenn 0epeMeHHOCTH) MPUBEICHBI
JAHHBbIE PETPOCHEKTUBHOTO aHanu3za 344 aHKET, C OCIOXKHEHHBIM TEUYCHUEM
OepeMEHHOCTH.

Hcnonp3oBaHWEe HOBOrO MPOTOKOJA, MO3BOJWIO YIYUYIIUTh JUATHOCTUKY
MOPOKOB pa3BuTusi I1ona. HauOonbliiee KOIWYECTBO POXKACHUS JETeHl C
€MHUYHBIMU TMOPOKAMH Pa3BUTHUS IUIOJA MPUXOAUTCS HA BO3PACTHOW MEPUOJ OT
21 mo 25 ner, TakKe MHOXKECTBEHHBIC TIOPOKH PAa3BUTHA IUI0AA OBLIO
3apeructTprupoBado oT 26 1o 30 mer. HaumeHbIee KOJU4eCTBO MOPOKOB Pa3BUTHSA
mioaa ObLIO BBISIBICHO Y KeHIUMH oT 36 g0 48 ner. Cpenu >KEHIIMH,
OEpEeMEHHOCTh KOTOPBIX OCJIOKHWJIACh MHOXECTBEHHBIMH TOPOKAMHU Pa3BUTHS
a0/4a, B OOJBIIMHCTBE CIydaeB ObUIM BBISBJICHBI COUYETAHUE JBYX IOPOKOB
92,31%, coueTanue TpEX NOPOKOB Pa3BUTHS ObLIO 3apETUCTPUPOBAHO B 7,69%.

Takum o0pazom, s oOecrieueHus: Oosiee 3G (HEKTUBHOM NpeHATATbHON
JIMarHOCTUKHU BPOXIEHHBIX U HACJEJCTBEHHBIX 3a00JICBaHMI B paHHUE CPOKHU
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OepeMEeHHOCTH  IIeJIeCOO0pa3HO  JOMOJHUTh  MPOTOKON  CKPUHUHTOBOTO
yJIbTPa3BYKOBOTO HccienoBanuss B 11-14 wemens OepemenHoctu. Illupokoe
BHEIPEHHE B KIWHUYECKYI0 MPAKTHKY CKPUHUHTOBOTO YJIBTPa3BYKOBOTO
uccinenoBanuss B 11-14 wen. GepeMeHHOCTH OBLIO OOYCIIOBJICGHO HE TOJIBKO JIJIS
obecrieueHus1 paHHEeH NMpeHaTaIbHOM TuarHocTuku KpynHbix BIIP, Ho u XA.

B mnsaroii rnaBe auccepranun «KoMOMHHMPOBAHHBIN YJILTPa3BYKOBOM M
OMOXMMHMYECKHII CKPUHUHI XPOMOCOMHOM MAaTOJOTMH IUIOAA» IIOKAa3aHbI
pe3yabTaThl U3yYEeHUS IOKa3aTesied pacdy€ToB BO3PACTHOIO M MHIAMBHMIYAJIbHOIO
PUCKOB POXKACHUS AETEN C CHHAPOMOM /JlayHa B 3aBUCMMOCTH OT BO3pacTa M Beca
OepeMeHHOM, CpoKa TecTallui 1 OMOXUMHUYECKHX TOKa3aTeNel mia3Ma npoTernHa-
A cBs3aHHOTO ¢ OepeMeHHOCThIO, U aibda (eronporenna (PAPP-A/A®II) u
YeJI0BEUECKOro XopuoHudeckoro roHamoTpormHa (B-XI'Y). A  Takke ObuI
MPOBENEH CPAaBHUTENBHBIN aHamn3 A()(PEKTUBHOCTH pacuéTa pPHCKa POKICHUS
nerer ¢ cuHApPoMOoM JlayHa Ui BBISBIEHUS BO3MOKHBIX HEJIMHEWHBIX TEHACHUIUN
3aBUCHUMOCTEN MEXy BO3PacTOM POAMUTENEH, PacHpOCTPAHEHHOCTHIO CHHApPOMA
JlayHa ¥ KOJTMYECTBOM POJIOB.

st m3ydenust oneHKH 3()PEKTUBHOCTU pacyéra pucka POXKICHUS JeTel ¢
cunapoMoM JlayHa HaMu ObUT IPOBENEH PETPOCIICKTUBHBIN aHanu3 13 879 aHker
OCpEeMEHHBIX, MPUIIEAIIMX Ha KOHCYJIbTAIMI0O B PecnyOMuMKaHCKUW ILIEHTP
«CKpUHUHT MaTepu U peOEHKa» B TUIAHOBOM MOpAJIKE. A Takke ObLIO M3Y4EHO
385 anker pnere c¢ cuHApoMOM JlayHa, W TNpPOBENEHO CpPAaBHEHUU C
nemMorpauyeckuMH TOKa3aTeIsIMU 3THX CTpaH B ropojax 3amagHoil Adpukw,
Cesepnont m IOxnoit Awmepuknu, Bocrounoi u 3anmagHou Espombl, HOro-
Bocrounoit A3un u FOxHOM A3um.

NHauBuyaibHbIE 3alMCH OEPEMEHHBIX POAUBIIMX JIeTel 0€3 reHeTUYeCcKOn
MaToJIOTUM U JIaHHBIC POXKIEHUs AeTed ¢ cuHapoMoM JlayHa Obliu coOpaHbI B
pe3yJbTare HUCMOJb30BAaHUS  MPOrpPaMMbl  JIHATHOCTHKUA  BPOXKAEHHBIX U
HACJIEJICTBEHHBIX 3a00JeBaHuii mpoBoauBIIerocs B Pecrrybnukanckom « CKpUHUHT
IIEHTpE MaTepu U PeOEHKAY.

PerpocnekTuBHO npoaHanu3npoBaHo 13365 aHKeT XKEHIIUH POJAMBIINX JIETEH
0e3 TeHeTUYeCKOW MaTOJIOTUU, Y KOTOPhIX Omoxumuueckue nokazarenun PAPP-A
HaXOJIUJIUCh B CPEHEM Ha OJUHAKOBOM YpPOBHE, YTO OBLIO MOJTBEPXKIACHO IMPH
CPaBHUTEJIBHOM aHAJIM3€ BBINIEyKa3aHHBIX Toka3areneil. Jlanusie PAPP-A B
3aBUCUMOCTH OT Cpoka OepeMeHHoCcTH Haxoauiauch oT 0,99 no 1,08 MoM.

Poxxnenue nereit 06€3 reHETHYECKOW MAaTOJIOTHHU y JKEHIIUMH cTapiie 35 jer
coctaBmsio ot 4,77% no 13,99%, u B cpemem — 9,1% ot o6uero
kosmuecTBa.llpy aHanmu3e MaTEepUHCKOrO BO3pacTa W POXKIAEHUA JAETEH C
cunapomMoM J[layna Oblia modydyeHa oOpaTHasi CpelHsisl KOPPEJIALMOHHAS CBS3b,
kotopast cocraBwia (r=.—.0,56). IlomoOHble KOppPENALMOHHBIE 3aBUCHUMOCTHU
BCTPEYAIOTCS Cpeau JeTel 0e3 TeHETHYeCKOW MaTOJOTHHU, TaK KOPPEesInOHHAas
3aBUCUMOCTh MEXTY KOJUYECTBOM POJIOB M BO3PACTOM OEPEMEHHBIX COCTaBHJIA
(r=—-.0,62).

DTa B3aMMOCBS3b MEXKIy BO3PACTOM POJUTENCH M KOJUYECTBOM POJIOB O€3
FEHETUYECKOM  NATOJOTMM W POXKJAEHHWEeM  jAered  cuHapomoMm  JlayHa
CBUJIETEIBCTBYET 00 YMEHBIIIEHUU KOJUYECTBA POJIOB C YBEIMYCHHEM BO3pacTa
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poauTee.

[IpoBen€HHBI HaMM CTAaTUCTUYECKUM aHanu3 €mE pa3 JI0Ka3bIBacT
OTCYTCTBHE BO3PACTHOTO (hakTOpa KaK pHUCKa POXKAEHHUSA JeTedl ¢ CHUHIPOMOM
JlayHa, a yBeJIMYEHHE POKIEHUS JeTeN ¢ CUHAPOMOM JlayHa y MaTtepel B BO3pacTe
or 19 nmo 35 ner HampsMyr CBs3aHa C YBEJIWYEHUEM KOJMYECTBA POJOB.
HckmroueHne Bo3pacta MaTepu — Kak OJTHOTO U3 OCHOBHOIO (paKTOpa ypaBHHUBAET
IIAHCBI IIPY COCTABJICHUU T'PYII BBICOKOTO PUCKA POXKICHUS JETEH C CUHAPOMOM
JlayHa BO BCEX BO3PACTHBIX T'pyNNax, CIEAOBATEIbHO, YMEHBIIMB TEM CaMbIM
MIPOLIEHT JIO)KHOOTPULATEIBHBIX U JIOKHOIOJOKUTEIBHBIX PE3YJIbTaTOB JAaHHOTO
CUHJIpOMa Y KeHIIUH oT 19 1o 34 ner.

Takum oOpa3om, JOpoOBasi AMArHOCTUYECKAs TAaKTHKA MPEIOTBPAICHUS
pOXKJeHUsA AeTeil ¢ cuHApoMOM JlayHa HMeEeT NEepBOCTENEHHOE 3HAYCHHUE U
HY)KJIa€TCd B CBOEBPEMEHHOH JIMarHOCTHKE BCEX OEPEMEHHBIX JKEHIUUH BHE
3aBUCUMOCTH OT Bo3pacta. UM naHHas cTpareruss MOXeT OBITb OJHOM U3
3¢ (HEKTUBHBIX METOJOB B CHUKEHHM KOJIMYECTBA XPOMOCOMHOM IMaTOJIOTUU, TEM
CaMbIM CHU3UB KOJMYECTBO IUAarHOCTUYECKUX OIIMOOK MPH JaHHOM MaTOJIOTUH.

B zaxiroueHum Juccepraluu  NPUBOAATCS  OOOOIIEHHBIE PE3yJbTAThI
U3Yy4YEeHHUsT KOMOMHUPOBAHHOTO YJIBTPa3ByKOBOTO UM OMOXMMHYECKOIO CKPHUHUHIA
IIOPOKOB Ppa3BUTUS M XPOMOCOMHOW MAaTOJOTHMHU IUJIOJA B NEPBOM TPUMECTPE
oepemenHoctu. llpencraBmisiercs 1enecoOOpa3HbIM OLEHUTh BKJIAJ KaXJIOTO
MapKkepa XpOMOCOMHOM MATOJIOTUU 1710712 B 3(hEKTUBHOCTH KOMOMHUPOBAHHOTO
CKpUHUHIA B TIEPBOM TPUMECTpE OEPEMEHHOCTH B IPYMIE KEHIIUH MOJOXke 35 u
crapiie 35 JeT.

O} PeKTUBHOCTh CKPUHUHIOBOTO MCCJEIOBAHUS OLICHUBAETCS M0 TaKUM
napameTpam, KaK YyBCTBUTEIBHOCTb, creuu(pUUHOCTD, 4acToTa
JIO’KHOMOJIOKUTENBHBIX PE3YNIBTATOB TecTa. D(OPEKTUBHOCTH YIBTPA3BYKOBOI'O
CKpUHUHIA, [0 pe3yibTaTaM IPOBEIAECHHBIX HCCIECIOBAHUN CIEIYET 3aKIHOYUTH,
9TO KaXAyr OepeMeHHyI0 HeoOXoauMo  oOcieaoBaTh  HWHIWBHUIYaJIbHO
HE3aBUCUMO OT BO3pacTa.

Pa3paboTanHble OCHOBHBIE IOKa3aTeau (HETOMETpUH, BKIIIOYas KOMYUKO-
TEMEHHOW  pa3Mep, TOJIIMHBI BOPOTHUKOBOIO  IPOCTPAHCTBAa, (POHTO-
MaHAUOYIJISPHOTO pa3Mepa, JIIMHBI HOCOBOM KOCTH MMEIOT pa3iiuuMsl C JaHHBIMU
aBTOPOB JPYTUX M JIOJDKHBI HCIIOJIB30BATHCA ISl OOBEKTUBHOW OLIEHKH pPOCTa
IJI0JIa U COOTBETCTBUS €r0 Pa3MEPOB CPOKY OEPEMEHHOCTH B PaHHUE CPOKH, TAK
KAaK YYUTBHIBAIOT PErMOHAIIbHBIE OCOOCHHOCTH.

[IpenatanbHble 3Xorpauyeckue MPU3HAKK OOJBIIMHCTBA BPOKIECHHBIX
MOPOKOB AHAJIOTMYHbBl TAKOBBIM BO BTOpPOMl TMOJIOBUHE OEPEMEHHOCTU BHE
3aBUCUMOCTH oT HO30JIOTUYECKOU IIPUHAJIE)KHOCTH. IIpu 3TOM
TpaHCaO/JIOMUHAJILHOE CKaHUPOBAHHME HanWOoJiee COOTBETCTBYET TpPEeOOBAHUSIM,
MPEABSBISIEMBIM K CKPHUHMHIOBBIM METOJIaM, NPHUMEHSEMBIM B PaHHUE CPOKHU
oepemenHocTu. OnTUMalibHAs CXeMma YJIbTPa3BYKOBOIO 0OCIEIOBaHUs ILI0Ja
JOJDKHA BKIIIOYaTh OLEHKY JXorpaduueckoil aHaTOMHMM IUIOJA C H3yYEHUEM
KOCTEH CBOJA 4YEpEena, OCHOBHBIX CTPYKTYpP TOJIOBHOI'O MO3ra, BOPOTHHKOBOIO
NpOCTPAHCTBA, Mpo¢uisi, OpOUT, HOCOBBIX KOCTEH, OpHEHTAlUU Cepaua,
MO3BOHOYHMKA, TepeaHeil OpIONIHONW CTEHKH, JKeNylKa, KUIIEYHHKA, MOYEBOTO
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nmy3bIpsi 1 KoHeuHocTel. Hanbonee onTuManbHBIMU CPOKaMH MTPOBEACHUS OLICHKU
yIbTPa3BYKOBOM aHATOMUM IUIOJA TpPU TpaHCAOJOMHUHAIBLHON 3xorpaduu
spistorcss 11+0-13+6 Hepenb OepeMEHHOCTH, MPU HEOOXOAMMOCTH IMPOBOIUTH
TPaHCBarunHaJIbHOE UCCIIEA0BAHUE.

C y4eToM HaKOIJIEHHOTO COOCTBEHHOTO ONBITA U M3YUYEHUSI MUPOBBIX JAaHHBIX
npeajiaraeM KOHUEMIUIO Pa3BUTUSL TPEHATaIbHOM JMAarHOCTHMKKA B 00JacTH
BBISIBJICHUSI BPOXKJICHHBIX TOPOKOB PAa3BUTHUS M XPOMOCOMHBIX 3a00JI€BaHUM.
VYiydieHue pe3ynbTaToB IpeHaTaTbHON JUarHOCTUKU TPeOyeT:

1) OCHAILICHHUS KaOWHETOB IpeHaTaJIbHON JMArHOCTUKH
BBICOKOTEXHOJIOTUYHBIMH, SKCIIEPTHOTO KJIacca nprudopamu,

2) oOydeHHs CHEIHUAIMCTOB TMPOBEACHUIO HWCCIENIOBAaHUI 10 €IUHBIM
MIPOTOKOJAaM, IOCTOSIHHbIA MOHHMTOPHUHI HAaBBIKOB CHEIUAIHNCTOB, MNPOBEICHUE
TPEHHHI MAacCTEpP-KJIACCOB, CEMHHAPOB [ CIHEHHAIKMCTOB YJIbTPa3ByKOBOU
JUArHOCTUKH MpPEHaTaIbHbIX KAOWHETOB U IEPBUYHOIO 3BEHA,

3) TmnpuMeHeHHs ~eAMHBIX IPOTOKOJOB  HCCIEJOBAHUS, C  YYETOM
UCIIOJIb30BaHus, pa3pabOTaHHBIX PETHOHAIBHBIX (PETOMETPUUECKUX HOPMATHBOB,
YJIBTPa3BYKOBBIX MApKEPOB XPOMOCOMHBIX aHOManui | Tpumectpa GepeMeHHOCTH
— TOJUIMHY BOPOTHMKOBOIO IPOCTPAHCTBA BbIIE 2,5MM, OTCYTCTBHE
BHU3YyaJIM3allMi HOCOBBIX KOCTEH IIJI0JA,

4) npoBeneHUs KOMILJIEKCHOTO CKPUHHMHIA C MCIIOJIb30BAHUEM pPE3YJIbTAaTOB
omoxummuyeckux nokazateneit PAPP-A u XI'Y, ¢ pacueroMm pucka 0e3 ydera
BO3pacTa KEHIIUH,

5) npumenennsst HUIIT B rpynmnax BBICOKOTO M IMPOMEKYTOYHOTO pUCKA IO
pe3ynbTaTaM KOMOMHUPOBAHHOIO CKPUHMHTA,

6) NpUMEHEHHs WHBA3WBHOM JIMarHOCTHKU B TPYIE BBICOKOTO PHUCKA, a
TaKKe IMpPU TMOJOKUTENbHBIX pe3yaprarax HUIIT, ¢ menpro OKOHYATENIbHOU
BepudUKaIUY.

Hcnonb3oBanue pa3paboTaHHOTO HaMu anropurma M3YUYCHUS
yJIbTPa3ByKOBOM aHATOMHUM IUIOJA B paHHUE CPOKM OepeMeHHOocTH B 0e3
BBIOOPOYHON MOMYJISALNU, NMPUMEHEHHUsI €AUHBIX IMPOTOKOJIOB HCCIEIOBaHUS, C
YYETOM PErMOHAIIBHBIX HOPMATUBOB, KpPOKOoro BHeapenuss HUIIT u nuBasuBHOU
JUArHOCTUKH TO3BOJIAIOT CBOEBPEMEHHO M 3(P(PEKTUBHO TUArHOCTHUPOBATH
BPO’KJICHHBIE TIOPOKU PA3BUTHS IUI01A U XPOMOCOMHBIE ITATOJIOTHH.

3AK/IIOYEHHUE:

Pesynprater goxtopckoit amcceprammm (DSC) Ha Temy: «OddekTHBHOCTD
yIBTPa3ByKOBOTO MW OWOXMMHYECKOTO CKPHHUHTA TIOPOKOB DPAa3BUTHUS IJIOJA U
XPOMOCOMHBIX aHOMAJIHIi» TIPEJICTABJICHBI B CJICAYIONINX BBHIBOJIAX:

1. Pa3paboTaHHble OCHOBHBIE TMOKa3aTean (HETOMETpUHM U OHOMETpUH,
BKJIIOUasi KOMYMKO-TEMEHHOW pa3Mep, TOJIIMHY BOPOTHHKOBOTO MPOCTPAHCTBA,
HOCOBYIO KOCTh M ()pOHTO-MaHIUOYISAPHBIN pa3Mep, MOBBICHIN YyBCTBUTEIBHOCTh
U crnenuduIHOCTh TpeHaTaNbHONW 3Xorpaduu B UACHTU(PUKANNHN IIJIOJI0B C
XPOMOCOMHBIMH aHOManusiMu 68,7% 1 86,4% COOTBETCTBEHHO.

2. JIns 0OBEKTUBHOM OLEHKM pPOCTa IUIOAAa M COOTBETCTBHUSI €r0 pa3MepoB
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CPOKY OEpeMEHHOCTH HEOOXOIMMO HCIOJIb30BAaHUE PETHOHAIHHBIX HOPMATHRBOB,
YUUTBHIBAIOIIMX KOHCTUTYLIMOHAJIbHBIE OCOOEHHOCTH, TaK KaK CpPaBHHUTEJIbHbBIN
aHanu3 (HEeTOMETPUUYECKUX HOPMATUBOB JPYIMX CTpaH C HAUIUMHU JaHHBIMU
MOKa3aJ CYHIECTBEHHBIE Pa3JINUMs KOIMUUKO-TEMEHHOIO pazMepa ot 2,3 MM 110 5,2
MM, 4TO COOTBETCTBYET 2-3 HeJesIM OEpEMEHHOCTH.

3. 71,3% oKeHIMH pOAUBIIMX JeTe C cuHApoMoM JlayHa OTHOCHIIMCH
Bo3pacTHOM kareropuu ot 20 go 35 ner. BxirodueHue B pacuer puCKa IO
XPOMOCOMHBIM 3a00JIEBaHUSIM BO3pacTa KEHIIWH (cTapiue 35 JieT) y MalueHTOK
IpynIbl BBICOKOTO M IMPOMEXKYTOUYHOTO pucka B 25% ciydasx HOpHUBENO K
MPOBEJICHUI0 HEOOOCHOBAHHOW MHBA3UBHOM NUArHOCTUKU. C 1E€JIbIO0 MOBBIINICHUS
TOYHOCTH pacyera pHUCKa XPOMOCOMHBIX aHOMAaJIUW M CHUKEHHUS OCIOXHEHUU
MHBA3UBHBIX MPOIEAYP HEOOXOIMMO UCKITIOUUTh BO3PACT U3 pacyeTa pucka.

4. Ucnonb30BaHWE CTaHJAPTU3UPOBAHHBIX METOIOJIOTHYECKHX MOAXOA0B K
dberomeTprueckoMy, OMOMETPUYECKOMY M OHMOXUMHUYECKOMY HCCIEIOBAHUAM, C
yueroMm 3HadeHus: TBII mmoma 6onee 2,5 MM; OTCYTCTBUS BU3YaJIU3aIlM HOCOBBIX
KOCTeH IJI0/1a; CHUXKEHUsT 000ux MapkepHbix 6enkoB PAPP-A u B--XI'Y menee 0,5
MoM wmu pacuetHoro pucka menee 1:360 1o JaHHBIM OHOXMMHUYECKOTO
ckpuHuHra, a taxxe HUIIT nmaér BO3MOXHOCTH Cy3UTh NOKA3aHUSA JUIA
MPOBEJICHUS] NHBAa3UBHOM MPEHATAIIBHOW JUArHOCTUKH, YTO IMO3BOJIAET MOBBICUTH
3¢ (PEeKTUBHOCT, KOMOMHUPOBAHHOTO CKpUHHUHTA 70 81,6%.

5. YcoBeplIEHCTBOBaHHBIM IMPOTOKOJ CKPUHUHIOBOIO YJIBTPa3BYKOBOI'O
ucciaenoBanuss B 11-14 Hemenp OEPEMEHHOCTH € YYETOM PErHMOHAJIBHBIX
(eToMeTprUEeCKMX HOPMATUBOB, U3MEPEHUs (PPOHTO-MaHAUOYISIPHOTO pa3Mepa u
TpyOUaThIX KOCTE€H, u3yudeHus V-cpe3a TO3BOJISIET OOecnedynTh Hauboliee
3QPEeKTUBHYI0O PAHHIOIO TMPEHATAIBHYIO JHArHOCTUKY IIUPOKOr0  CIEKTpa
BPOXJCHHBIX W HACJICICTBEHHBIX 3a00JICBaHUA.

6. Pa3paGoTTaHHBIN aJrOpUTM NpPEHATATHLHON JIMATHOCTUKUA BPOKICHHBIX
MIOPOKOB  Pa3BUTUSI M XPOMOCOMHBIX aHOMAaJud IUIOJA, BKIKOYAOIIHMA
yIbTPa3ByKOBOe, Ounoxumuueckoe wuccnegoBanusi, HUIIT wu wuHBa3uBHYIO
JMAarHOCTUKY TIO3BOJISIET OOecreuuTh HaubOojee dS(PGEeKTUBHYIO PaHHIOI
MpeHATAIbHYIO TUarHOCTUKY XPOMOCOMHBIX 3a00J1€BaHUH.
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INTRODUCTION (abstract of the DScdissertation)

The aim of the research work. Improve the diagnosis of malformations
and chromosomal abnormalities of the fetus in the first trimester of pregnancy, by
ultrasound and biochemical screening

The object of the research work was the data of 14550 women who
underwent a comprehensive examination for the period from 2008 to 2018 in the
Republican center «Screening of mother and child». The data of 13797 women of
the main group were studied, of which 12424 patients were included in the low-
risk group, 998 in the intermediate-risk group and 375 in the high-risk group for
congenital malformations and chromosomal diseases. 368 women with
physiological pregnancy made up the control group, and questionnaires were
studied for children with Down syndrome, registered with the doctor of the
genetics of the Republican Center «Screening of Mother and Childy.

The scientific novelty of the research work:

regional features of fetometric standards are specified for an objective
assessment of fetal growth and compliance of its size with gestational age in the
early stages;

echographic criteria for prenatal identification of fetuses with malformations
and chromosomal abnormalities were determined considering fetometric and
biometric indicators, including coccyx-parietal size, thickness of the collar space,
nasal bone and front-mandibular size;

studied feto and biometric features of verification of the risk of developing
Down syndrome and microcephaly in early pregnancy with the release of specific
biochemical and ultrasound screening criteria;

an integrated approach has been developed to evaluate echographic markers
of chromosomal abnormalities and ultrasound anatomy of the fetus during
screening studies using a non-invasive prenatal test;

ultrasound markers, such as TBP, NK length, were determined in relation to
the developed new fetometric standards and biochemical criteria for conducting
non-invasive and invasive diagnostics of the first trimester of pregnancy to provide
the most effective early prenatal diagnosis of a wide range of congenital and
hereditary diseases;

the ultrasound protocol was improved and a diagnostic algorithm for a phased
integrated screening examination was developed to timely detect markers of
chromosomal abnormalities and fetal malformations in early pregnancy.

Implementation of the research results. According to the results of a
scientific study, to improve the results of the effectiveness of timely prenatal
diagnosis of both chromosomal abnormalities and various congenital
malformations in early pregnancy has been determined. According to the results of
a scientific study, to improve the diagnosis of malformations and chromosomal
abnormalities of the fetus in the first trimester of pregnancy: guidelines were
developed “Ultrasound and biochemical screening of pregnant women” (certificate
of the Ministry of Health No. 8n-p / 209 dated December 29, 2016). The proposed
recommendations contributed to improving the quality and effectiveness of timely
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prenatal diagnosis of both chromosomal abnormalities and various congenital
malformations in early pregnancy, as well as expanding the knowledge and skills
of ultrasound diagnosticians in verifying these abnormalities; the methodology of
prenatal screening identification of malformations and chromosomal abnormalities
in the fetus was improved taking into account specific fetometric and biometric
criteria (certificate of the Ministry of Health No. 8n-r / 209 dated December 29,
2016).

The proposed criteria made it possible not only to determine the main
directions for improving prenatal screening, but also to improve the diagnostic
verification of congenital malformations of the fetus; The obtained scientific
results on improving the diagnosis of malformations and chromosomal
abnormalities of the fetus in the first trimester of pregnancy have been introduced
into the practice of health care, in particular, in the Republican Center “Screening
for Mother and Child”, Tashkent Institute for Advanced Medical Studies,
Namangan and Ferghana Screening Centers (Ministry of Health Certificate No. 8n-
r / 209 dated December 29, 2016). Implementation of the research results allowed
to improve the tactics of prenatal diagnosis, to ensure early verification and
formation of a risk group for childbirth with malformations and chromosomal
abnormalities, in particular, 67.4% of fetuses with chromosomal pathology were
detected, including 76.4% of fetuses with Down disease, with a frequency of false
positive results - 12.6%.

Structure and scope of the dissertation. The thesis consists of an

introduction, five chapters, conclusions, a list of references and applications. The
volume of work is 163 pages.
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