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s BBISIBJIEHHA TEHETUUECKUX MAaTOJIOTUH IJI0Ja KEHUIMH Ha [ TpumecTpe
OCpeMEHHOCTH  MpOaHaJM3WpOBaHBl 456  pe3ynbTaTOB  CKPUHUHTA
OMOXMMHUYECKHUX M YIbTPa3BYKOBBIX MapKEPOB aHEYIIOUANH, IPOBEIEHHOTO
Ha Oasze wmuHEKH OOO «Memukan ['emommke» (r. Tepp). CambiM
pacipocTpaHéHHBIM 3a00JICBaHMEM IUIOAA Y OOCICIOBAaHHBIX SIBIISIICS
cuaapom /[layna (89% oOT Bcex BBISIBICHHBIX BO3MOXHBIX T'€HETHYECKHX
aHoMaJuil pa3BuUTHS 3MOpuoOHa). buoxmmuueckue Mapkepsl CKPHHHHIA,
Takhe Kak CcojepKaHHe XOpHUOHHYecKoro TroHajgorponuHa (XIY) wu
mianeHTapaoro ¢akrtopa pocra (PLGF) B kpoBu MaTepu, IO Halum
pesynbTaTaM SBISIIOTCA Ooee HHPOPMATHUBHBIMH, YEM YJIbTPA3BYKOBBIC AJIS
BBISIBIICHHSI BEPOSTHOCTH Pa3BUTHsI cuHApoMma JlayHa y moga Ha paHHEH
CTaJiuy OCPEMEHHOCTH KCHIUHBI.

Knwuesvie cnosa: cxkpunumne, OepemeHHOCmb,  OUOXUMUYECKUe U
VALMPA38YKOGblE MAPKEPLI AHEYNIOUOUU IMOPUOHOB HeN08eKA.

Beéeodenue.XpoMOCOMHBIE aHOMAJIUU, B  PE3YNIbTaT€ KOTOPBIX
HapyIIaeTCsd HOPMAJIbHBI XPOMOCOMHBIN ITyJ KJIETKH, SIBJISIOTCS OCHOBHOM
MPUYMHON TeHeTUYEeCKUX 3a0oieBaHu y miojieil. HekoTopsie XpoMoCcOMHBIE
AHOMAJIMM MOTYT HE MPOSABIATHCS Y HOCUTEINICH, TAKUE KaK TPaHCIOKAIMU
win xpomocoMmuble uHBepcun (Kaprenb, 2011). OpgHako OHM MOTYT
MpUBECTH K 0oJiee BBICOKOW BEPOATHOCTH POXKACHHS peOCHKa ¢
XpPOMOCOMHBIM HapyuieHHeM. CocTosHHe, MpPU KOTOPOM HaOI0IaeTcs
aHOMaJIbHOE KOJHMYECTBO XPOMOCOM HJIM HAOOpOB XPOMOCOM, Ha3bIBAETCS
aHEYTIJIOUUEN U MOXKET OBITh KaK JIETAbHBIM, TaK U BHI3BIBATH PA3TUYHBIE
nopoku paszsutus ([Tokposckwuii, 2005; Hartwell, 2010). Exxeromso y 40-50
MJIa/ICHIIEB HA KAXK]IYIO ThICSIYY HOBOPOXAEHHBIX B Poccun muarHocTupyror
AHOMAJIMH W HaCIeJCTBEHHBIE 3a001eBaHus. B MUPOBBIX MacmiTabax 4uciio
MaNbIIIed ¢ TaKUMH HEIyraMd MO OIEHKE pa3HbIX HH()OPMAIMOHHBIX
HMCTOYHHKOB MPUOIMKaeTcss K oTMeTke 20 MIJIITMOHOB. ba3oBeIM MeTog0M
BBISIBJICHUSI XPOMOCOMHBIX 3a00JIeBaHUN BO MHOTHX Pa3BUTBIX CTpaHax
SBJSICTCS.  CBIBOPOTOYHOE  (OMOXMMHYECKOE) W YyJIbTPa3BYKOBOE
CKpUHUHTOBOE  o0OcieoBaHne  OepeMEeHHbIX  >KeHIMH. HawuGonee
pacpoCTpaHEHHBIN BapyuaHT OMOXMMHYECKOTO CKPHUHHHTAa XPOMOCOMHBIX
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HapYILICHU BKIIIOYAET OLICHKY YPOBHS psijia OMOXMMUYECKUX MToKa3aTesel B
CBIBOpPOTKE KpoBH Marepu Ha 15-20-it nenene 6epemennoctu (McDuggie et
al., 1996). Buenpenre B IPaKTUKYy CKPHHHUHIA HOBBIX OMOXHMHYECKHX
MapKEPOB MO3BOJISIET AUATHOCTUPOBATH TEHETHUECKUE MATOJIOTUH TII0J1a Ha
pPaHHUX CpPOKax OEPEMEHHOCTH.

B mnepBeie Tpum Mecsna OEpEeMEHHOCTH MPOBOJUTCA CKPUHUHT
(HEeMHBa3UBHOE HCCIIEIOBaHKE), KOTOPHI MOXKET BBISIBUTH CHIBOPOTOUHBIE
(OmoxuMHYECKHe) W YIbTPa3BYKOBbIE MapKepbl aHEyIIouaAud. JlaHHbIE,
MOJIyUeHHbIE B pe3yibTare oOcleAOBaHUNH OepeMEeHHOW >KEHIIUHBI,
00pabaThIBAIOTCS ¢ IOMOIIBIO KOMITBIOTEPHOI MPOTpaMMBbl, U IIPOBEPSIOTCS
Ha COOTBETCTBUE C pa3HBIMH JIaDOpaTOPHBIMU Mapkepamu. Ha ocHoBanuu
STHX JTAHHBIX PACCUNTHIBACTCS YPOBEHb PUCKA PA3BUTHS Y TUIOAA ATOJIOTUI
U BPOXKICHHBIX TeHeTnueckux 3aboneBanuii (bynbirun, 2012). [Tomyuennas
nHbOpMANHS MO3BOJISIET aKylIepaM BBISABUTh WM HCKIIOYHUTH OMACHOCTh
BO3HUKHOBeHHUs1 aHoManuu xpomocoMm (bapamos, 2007) u paspaborath
nporpaMMy BblHamMBaHusi pedénka (Dnnep, 2008). PesynbTaTsl gaHHOTO
METOJla HEHMHBA3WBHOTO HCCIEAOBAHUSA CUYUTAIOTCS OJAHMMH U3 CaMBIX
TOYHBIX U UHPOPMATUBHBIX.

B cBsa3u ¢ o3TUM, UenIbl0 JaHHOW paboThl OBUIO IPOBEICHUE
MCCIICIOBAHMSI Ha BBISIBIICHUE T€HETUYECKHUX MATOJIOTHH TIJI0/1a YeIOBeKa Ha
paHHUX CpoKax OEpPEeMEHHOCTH >KEHIIMH C HCIIOJIb30BAHHEM PEe3yJIbTaTOB
CKpUHMHIa OHMOXMMHUYECKMX M  YIbTpa3ByKOBbIX MapkepoB (Y3U)

aHEYTUIOUTUH.
3agaun:
1. [Tpoananu3upoBaTh pe3yabTaThl CKPUHUHTOBOTO 00CIEI0BaHUs

KEHILMH Ha | TpuMecTpe GepeMeHHOCTH AJis ONpeAeTeHUs] BCTPEYaeMOCTH
3a00JeBaHU y TUI0/1a, PUCKU KOTOPBIX MOTYT OBITh BBISIBIIEHBI Ha paHHHUX
Cpokax 0epeMEeHHOCTH;

2. N3yuuth BO3MOXHOCTb UCTIOJIb30BaHUS nokasaresnei
OMOXMMHUYECKHX MapKEPOB AaHEYIUIOWIWHA JUIS PAHHErO BBISABICHHS
BO3MOKHOCTH TposiBieHus Cunapoma JlayHa y mioaa;

3. N3yauTh BO3MO>XHOCTh WCII0JIb30BAHUS roKasaresieu
YIBTPa3BYKOBBIX MApPKEPOB IE€HETUUECKUX 3a00JIeBaHUI AJIS OINpeiesIeHus
pucka Bo3HUKHOBeHHs Cunapoma JlayHa y miona;

4. [Tpoananu3upoBaTh BJIMAHUE BO3pacTa OyAyHIMX MaM Ha PHUCK
pazButust Cunapoma Jlayna y mmoza.

Memoouxka. B wuccnenoBaHuM 3aaeiicTBOBaHbl 456 pe3ynbTaToB
CKpUHHHTa, poBeA¢HHOro Ha Oa3e kauHuKu OO0 «Menukan ['eHOMUKC»
(r. TBepn). Bece nepconanbHble TaHHBIE MALMEHTOK ObUIN 00E3IMYEHBI.

B kauecTBe OMOXMMUYECKUX MapKepOB aHEYIJIOUJNH B IEPBOM TpUMECTpE
OepeMEHHOCTH B CHIBOPOTKE KPOBH OEpEMEHHBIX >KEHIIMH OMPEeIeIIsan
COJIep)KaHUE aCCOLMUPOBAHHOTO ¢ OepeMeHHOCThI0 TipoTenHa A (PAPP-A,
Pregnancy-associated Plasma Protein-A); XOprHOHHYECKOT0 TOHaIOTPOITHHA
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(XI'Y) wu ruranenrapaoro ¢akropa pocra (PLGF).KoauuecTBeHHOE
orpeneneHne OHOXMMUYECKIX MapKEPOB OCYIIECTBIISUIN C UCIIOIb30BAHUEM
MOJTHOCTBIO aBTOMATHUYECKOTro MpodeccuoHabHoro anaiauszaropa DELFIA
Xpress (puc.l). Ilpubop DELFIA Xpress ympaBnseTcss COOCTBEHHBIM
NPOTPaMMHBIM  O0ECIICUCHHEM U T03BOJIIET PAaCCMOTPETh Pe3yJibTaT
OMOXMMHUYECKOTO  aHajh3a  OJHOBPEMEHHO C  COIYyTCTBYIOIIEH
nH(popmanuen o mareHTKe.

AHanHuzaTop PaGouasa craHIus
Ha ocHoBe IIK

PydaHoii ckaHep
Kapycens o6paznos IITPHUX-KOIOB

Puc. 1. Cucrema DELFIA® Xpress (1o Byneiruny, 2012)

B xauecTBe y/ibTpa3ByKOBBIX MAPKEPOB aHEYIIIIOUANN aHATU3UPOBAIIN
MoKa3aTeiny Kom4uko-remMeHHoro pasmepa (KTP), TonmuHbl BOPOTHUKOBOTO
npoctpanctsa (TBII) u HocoBoit koctu (HK) aMOproHOB.

Pesynomamuol u oocyrcoenue. Ilo pesynbraraM NPOBEAEHHOTO B
naboparopun «Meaukan ['eHOMUKC» CKpUHHUHTra, y 53 o00cieqoBaHHBIX
KEHIIMH u3 456, Haxonduuxcs Ha IMEpPBOM TpHUMECTpa OEpeMEHHOCTH,
IUIO/IbI UMENTU PUCK PAa3BUTHUS T€HETHYECKON MmaTojoruu. M3 Hux: cCUHIpOM
DnBapaca, Wiy TpucoMus o 18 xpomocome - 1Ba ciayyas (4%); cuHIpOM
[MaTtay, nunu tpucomus no 13 xpomocome — oauH ciaydaid (2%); CHHIpOM
[IlepemeBckoro-TepHepa, WM MOHOCOMUS IO X-XpPOMOCOME — TPH cliydas
(5%); cunapom [layna, wmu tpucomusi mo 21 xpomocome — 47 ciydacs
(89%).

Kak cienyer U3 Noixyd4eHHBIX TaHHBIX, B UCCIIEyeMOl HaMU BBIOOPKE
OEpeMEHHBIX KEHIIMH Ha paHHEW craguu OepeMEHHOCTH CaMbIM
pacnpocTpaHéHHBIM 3a00JIeBaHKUEM TUTOa sIBIsieTCs curapom Jayra (89%
OT BCEX BBISBICHHBIX BO3MOXHBIX TI€HETHYECKMX AHOMAIHMN pa3BUTHS
sMmOpuoHa). [1pu 310l reHeTndecKoi aHOMaTUK B KapUOTHUIIE (PUKCUPYIOTCS
TyOnmuKaThl TEHETHMYeCKoro marepuana mo 21-oit xpomocome. [lostomy
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BTOpOE€ HaszBaHue cuHApoMa JlayHa — Tpucomus 1o Xxpomocome 21
(bornanos, 2016). bepemeHHOCTh IIpU pa3BUTHUH Y TJ10/1a cuHIpoma JlayHa,
MPOTEKAET CII0KHO,CYIIECTBYET OTPOMHAsl BEPOSTHOCTh BBIKHbIIIA. Tak, y
TPETH JKEHIIMH, KOTOpBIE HOCAT B YyTpoOe Mablia ¢ TOJO0OHBIMHU
OTKJIOHEHHSIMH, Ha 6-8 Hexene OepeMEHHOCTb TIpepbiBaeTcs 0e3
BMEIIIATENIbCTBA BHEITHUX (PaKTOPOB.

OcoOyto ponp MpU MEPBOM pPAHHEM CKPUHHMHIE Bpadd YICNSIOT
OMOXMMHUYECKMM TIOKa3aTelsiM, Kak HambOosee HWHQPOpPMAaTUBHBIM. Bcee
YKEHIIUHBI, YYaCTBYIOIINE B CKPUHMHIE, HccaeaoBaiuch Ha 11-12 nepnene
OepeMEeHHOCTH, — CpOKa, Ui KOTOPOTO pPAaCCUUTaHbl HOPMAJbHBIC
MOKa3aTean  M3y4aeMblX  OHOXMMUYECKUX  MapKEPOB  BEPOSITHOCTH
BO3HUKHOBEHHA y Iuloga  cuHapoma JlayHa (pa3paOoTaHbl BpadoM-
reHeTHKoM cetu KimHuK «Kiuauka Jfokropa ®@omuna» B Mockse u TepH).

IIpoBen€HHBI  HAaMM  aHauU3  pPE3YyJbTATOB  MCCIIECIOBAHUSA
OMOXMMHYECKUX MapKepoB cuHJpoMa J[ayHa B KpOBH MaTepH MOKa3al, YTo:

* cogepxkanre XU (HopmanbHbIC 3HaueHUs B jauamasone 13,4-90,5
ng/ml) y 3nopoBsix mwioa0B (40-65 ng/ml, B mpeaenax HOPMbI); Y IIIOIOB C
MOJIOKHUTETBHBIM TecToM Ha cuHapoM Jlayna (80-100 ng/ml, 4To BEIXOIUT
3a BEPXHIOIO TPAHUILY HOPMBI);

* conepkanne Oenka PAPP-A B pmaHHOW BBIOOpKE OTIMYAeTCs
HE3HAYMUTEJIbHO W HAaXOJUTCS B MpejeiiaXx HOPMalbHBIX KojeOaHuit (460-
3730 mU/L;

* nokaszarenu PLGF (muana3zon HopMaibHbIX Koiebanuii 19-97 pg/mL)
y IJI0JI0B € CUHAPOMOM JlayHa 3HaYMTENbHO OTJIMYAIOTCS OT MOKa3aresneil y
3I0pOBBIX IUIOJNOB. Y OOJIBHBIX cpefaHee 3HaueHue 19 pg/ml, a y
HOPMAaJIbHBIX TIOZIOB B CPETHEM B IATH pa3 Oosnbie (98 pg/mL).

CnenoBarenbHO, U3MEHEHHE TaKUX OMOXUMHUYECKUX IapaMeTpoB,
kak conepxkanue XI'U u PLGF B cTOpoHY OTKJIIOHEHHSI OT HOPMAaJIbHBIX
3HaUYEHUH B KPOBM MaTepH Ha paHHEW cTaguu OEpeMEHHOCTH, CIYXKHUT
OCHOBaHMEM /I Bpauya-TeHETMKA K HA3HAUYEHUIO JOMOJIHUTEIbHBIX
o0clie10BaHuil.

OauuMHU W3 BaXKHEWIIUX MapKepOB MPU CKPUHHUHTE SBISIOTCS
nanHple Y3W. Bce KEHUIMHBI, Y4YacTBYIOLIME B CKPUHUHIE, MPOLLUIH
ynbTpa3BykoBoe obcnmenoBanue (Y3M) na 11-12 nenene OepeMEHHOCTH.
OnHako, aHanu3 MapkEPOB MPH YIbTPa3BYKOBOM 00CIIE€I0OBAHUN NAIIUEHTOK
MOKa3aj, 4TO B HCCIIEAYeMON BBIOOPKE U3ydaeMble MMapaMeTPhl y 3J0POBBIX
IJI0JIOB ¥ C PUCKOM Pa3BUTHUsI CHHIIpoMa J/layHa 3HAUMTENbHBIX OTIHYUN HE
HUMEIOT.

Cpennue nokazarenn KTP y 310poBbIx mnogoB coctaBisiior 60,75
MM, a y IUIOZIOB C BO3MOXHBIM PHUCKOM maroioruu — 62,75 MM, 4TO
COOTBETCTBYET HOpMeE. B ciywasix, korna pesynbsrarel KTP 3naunTensHO
IIPEBOCXOIAT HOPMY, PE€UYb 4aCTO MJET O HEaJEKBAaTHOW MEAMKAMEHTO3HON
Tepanuu MaTepu. Yaile BCEro NMPUYMHOM TaKUX OTKJIOHEHWH SIBIISIETCS
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3moynotpedsieHue OONbIIMMU J03aMU METa0O0JIMYECKUX JIEKAPCTBEHHBIX
cpencts. B tex ke cinyuasx, koraa KTP nmoka3siBaeT 3Ha4€HUS 3HAUUTEIBHO
MEHBIIIE HOPMBI, BapUAHTOB TAKOTO COCTOSIHUS MOXET OBITh OOJbIIOE
kosnmyectBo. Hambomee wacto peus uaer o0 mpocroit omubke KTP
uccienoBanus. Tak, Hampumep, €clid OIUIOJOTBOPEHHE HACTYIHIIO
3HAYUTEIBHO T03KE€ B CBA3M C 3al03JAJI0M OBYJISILMEH, TO U CPOK
OepeMeHHOCTH OyieT Apyroi. BeixoauT, uto oTkiIoHeHUs nokasareneir KTP
OT HOPMBI IPU TaKOM CUTYyallUH SIBJISIOTCA HE NATOJOTMEH, a BaApMAHTOM
HOpMBI. 1 B 3TOM citydae HeoOxoaumo Juib moBToputh KTP nccnenoBanue
yepe3 7-10 nHeill. B penkux cimyvyasx OIpUUMHOM HapyllEHUs MOKa3aTesed
KTP B MeHbLIyI0O CTOPOHY SIBISIETCS HEpa3BHUBAIOIIasca OEpeMEHHOCTb.
Camo 3a0osneBaHue, B KOHEUYHOM CUETe, 3aKaHYMBAETCS THOEJBIO II0Ja
(bynpirun, 2012).

Cpennue mokazatenu TBII mpakTuueckd OJUHAKOBBIE B 000MX
cinyudasix. 3nauenue TBII Haxoasrcs B HOpMe, HO UX TIOKA3aTENN HAXOISATCS
OMkKe K HUKHEMY HOpOTY HOPMBI, YTO HE BEIET K OTPULIATEIbHBIM
nocneAcTBUsIM. A BOoT ueM Bbiie pazmep TBII, Tem Bbillie BEpOSITHOCTh
CYILIECTBOBaHHUSI XPOMOCOMHBIX aHOMAQJIWN, HO peYb HAET HMEHHO O
BEpPOSATHOCTH, a He 0 nuarHo3e (JIurBuikwmii, 2021) (puc.2).

70
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B [TokazaTenu 3110pOBBIX IIO0B B [Tnoas! ¢ Cunapomom JlayHa

Puc. 2. CpaBaurensHas xapakrepuctuka Y 31-mapképoB Mmio10B
C OTPHIIATENBHBIM TECTOM Ha CHHIPOM H C TIOJIOKHUTEIHHBIM TECTOM
Ha cuHapoM JlayHa

Kak yxe 6bu10 0OTMEU€EHO, B MCCIIEAYEMOI HaMu IpyTire OepeMeHHbIX
KEHIMH Ha paHHEH CTaguu OepeMEHHOCTH CaMbIM paclpOoCTpaHEHHBIM
3a0osieBaHueM II0Ja sBIsIcs cuHapoM Jlayna (47 cinyudaeB umu 89% ot
BCEX BBISBIEHHBIX BO3MOJKHBIX T'E€HETHYECKMX AaHOMAaluil pa3BUTHS
AMOpHoHa). MBI POaHAIM3UPOBAIH BO3PACT OYIYIINX MaM JUTsI BBISIBICHUS
IPYNIIbl pUCKAa OEpEeMEHHBIX MXEHIUH 0 MPOSBICHUIO T'e€HETUYECKOTO
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3aboneBaHus y miaoja (aneymionun). M3 47 naiMeHToK ¢ pUCKOM pa3BUTHUS
cuHapoma JlayHa y mioja HaX0AUIUCh B BO3PACTE:

e 21 -24 net — 6 KEHIIHH;

e 27-29 ner — 11 xeHuy;

e 31-33 ner - 11 xeHIIHH;

e 35-39 ner — 19 xeHIuUH.

[Tony4yeHHble pe3ysbTaThl COTIACYIOTCS C YTBEPHKIAEHUEM, YTO PUCK
poxeHus: pebeHka ¢ CMHApoMoM JlayHa TeM BbIIe, YeM OOJIbIle BO3PacT
MaTepu. DTH 3HaHUS MOTUBUPYIOT KEHIUH HE OTKJIA/IbIBaTh OEPEMEHHOCTb.
Campblii onTUMaIBHBIM BO3PACT IS 3a4aTUsi U POXKIACHUs pedbéHka — 10 35
ner. BeposTHOCTh BO3HHMKHOBEHMsI TI'€HETMYECKHMX AaHOMAJIMM Iuiofa y
xeHIuH ctapuie 40 net pe3ko yBennuuBaetcs (Jluteuukuid, 2012).

Pe3ynpTaThl IpOBEAEHHOIO HAMU MCCIEJOBAHUS IOATBEPKIAIOT
HEOOXOJMMOCTh TIPOBEJICHUSI CKPHHHWHTA Ha BBISBICHUE T'CHETUYECKUX
aHOMaJIMH IJI0/1a Y JKEHILMH Ha paHHed cTajuu OEpeMEHHOCTH, MTOCKOIbKY
pe3yabTaThl CKpUHUMHTA Ha | TpumecTpe OepeMEHHOCTH YKa3bIBAIOT Ha
BO3MOJKHBIE PUCKH pa3BUTHs I€HETUYECKOro 3aboijeBaHus. boiee TouHas
JUarHOCTHKA TIPOUCXOJUT Ha CIEAYIOIUX CTaAusX oOciIeI0BaHUs
HAIMEeHTKH.

Oco0OeHHO BaXHO Takoe 00CEe0BaHUE Y HECKOJBKHMX KaTeropui
OepeMEeHHBIX JKEHIIMH, HaXOAALIMXCS B Ipymne pucka. Bo-mepBbix, 3T0
KEHILMHBI B TOJIO’)KEHUH, BO3PAacT KOTOpBIX Bhie 35 ser. Bo-BTophIX,
HeJIb3s1 CIIUCHIBATH CO CUETa TE€HETHMUYECKHE M XPOMOCOMHBIE 3a00JI€BaHNUs B
polly: eciM Takue €ecTh, 0OcliefoBaHUE peKoMeHayeTcs. B-Tperbux, Ha
CKPUHUHT CTOMT 00paTuTh 0c0o00€ BHUMaHHE B TOM Cilydae, €CIH
npenpiaymyue 0epeMeHHOCTH MO KaKMM-TO NPHUYMHAM HPEPBIBATUCH WU
3aKaHYMBAJIUCh BBIKUJbIIIEM. Kpome TOro, pekoMeHAaluu MpOUTH
oOcieoBaHUE IMOJIy4alOT IKEHIIMHBI C TOKENBIMU  3a00JI€BaHUSIMU
BHYTpeHHUX opraHoB (JlurBuukuii, 2012). Ilpm 3TOM OHOXHMMHYECKHE
MapkKepbl CKpUHMHIA, IO HalIUM pe3yjibTaraM, SBISIOTCA Oosee
MH(GOPMATUBHBIMU, Y€M YIbTPa3BYKOBbIE Ui BBISABICHHS BEPOSTHOCTH
pazButusa cuHapoma JlayHa y 1uiofa Ha paHHEH cTaguu OepeMeHHOCTH
KEHIUHBI.

Aemopul  svipadicarom  6aazodaprocms compyouuxam 00O «Medukan
TIenomukcy (2. Teepvb) 3a npedocmasieHue pe3yibmamos CKPUHUH208020
MeCmMupo8anus u 3a NOMOWb 8 AHAIU3E NOJYYEHHbIX Pe3yIbmamoa.
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NON-INVASIVE STUDY OF GENETIC ANOMALIES
OF HUMAN EMBRYQOS

A.N. Pankrushina, I.A. Kalinicheva
Tver State University, Tver

To identify genetic pathologies of the fetus of women in the first trimester of
pregnancy, 456 results of screening of biochemical and ultrasound markers of
aneumploidy, conducted on the basis of the clinic of LLC "Medical
Genomics" (Tver), were analyzed. The most common fetal disease in the
examined was Down syndrome (89% of all identified possible genetic
abnormalities of embryo development). Biochemical screening markers, such
as the content of chorionic gonadotropin (hCG) and placental growth factor
(PLGF) in the mother's blood, according to our results, are more informative
than ultrasound ones for detecting the likelihood of developing Down
syndrome in the fetus at an early stage of a woman's pregnancy.

Keywords: screening, pregnhancy, biochemical and ultrasound markers of
aneumploidy human embrions.
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