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AHHOTaIMA

BBefenue. B cTarbe npecTaBieH aHAIU3 IIPUMEeHEHUS HEMHBA3UBHOIO IIPEeHATaJIbHOIO CKPUHUHIOBOro TectuposaHus (HUIIT) xpo-
MOCOMHBIX aHOMaJIMH 110 BHeKleTouHou J[ITHK 1utoma B KpoBM MaTepu B T. MockBe. Marepuanbl M MeToAbl. [1pr 06pabGoTke MaTepraion
U pe3ysIbTaTOB MCCIIeJOBAHWI YIUTHIBAJICS BeCh KOMIUIEKC KIIMHWYECKHUX JaHHBIX: Pe3YIIbTaThl yIBTPa3ByKOBOTO 00CIe0BaHMS, JaHHbIe
aHaMHe3a M JOMOJIHUTeIbHBIX JTab0paTOPHBIX METOOB AWArHOCTUKY. Pe3ynbrarsl. [IpuBeeHBI pe3ybTaThl MPOBEeHHON WHBA3UBHOM
MpeHaTaJIbHON OUAarHOCTUKY Y MAMeHTOK C BBICOKUMM PUCKaMU M MCXO[bl 6epeMeHHOCTeil. ObcyKaenue. [1poaHan3poBaHbl AUarHo-
CTUYeCKMe BO3MOKHOCTUA MeTOJIa, ero OrpaHUYeHMs], JIOKHOIIOJIOKUTe IbHbIe U JIOXKHOOTPULIATe/IbHbIe Pe3yJbTaThl U ONUCAHbI 3 CIIyvast
NpeHaTa/IbHOM AMArHOCTUKY aHeYIIOUINA TUI0[a, BIIB/IIEHHbBIX Y MMallMeHTOK, HaXOAAMUXCS B «CePOM 30He» pUCKa 10 pe3yjbraTaM KOM-
GMHUPOBAHHOTO CKPMHMHTA TIEPBOTO TpUMecTpa GepeMeHHOCTH. 3akIodyenue. [IpeHaTabHas AMArHOCTHKA aHEYIUIOWINN 3aTpy/AHEeHa
B CBSI3Y C HAJIMYMEM MH/VMBU/IYyaJbHOTO PHCKA Pa3BUTHSI XPOMOCOMHBEIX aHOMAJINU Pa3BUTHS IUIOJA MO pe3yibraTaM KOMOMHHUPOBAHHOTO
MPeHaTaJIbHOTO CKPMHWHTA TIepBOT0 TprMecTpa GepeMeHHOCTH B AuamaszoHe 1:101-1:2500 U oTCYTCTBHEM TOKa3aHWil K TPOBEJeHNI0 MH-
Ba3VBHOM IIpeHaTaJIbHOM [IUarHOCTUKMU.

KnroueBblie ciioBa: KOM6I/IHI/IPOBaHHLH;I CKPVMHMWHT IIepBOro TpUMeCTpa 6ep€M€HHOCTI/I; HEeWHBA3UBHbIN HpeHaTaHbeII;I TeCT, HeMHBA31B-
HBIA HpeHaTaHbeIﬁ CKPWUHWHT; BBICOKUM pHUCK HWIIT; nHBa3uBHas ITpeHaTa/IbHasA [UarHOCTUKA; aHeYIVIOMOWU T1JI0[d; XPOMOCOMHaAdA I1aTo-
JioTud 1j10[a; 4acTble TPUCOMUU; TPUCOMMUHU TIOJIOBBIX XPOMOCOM; IIPpepbiBaHNe 6epeMeHHOCTI/I.
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Abstract

Introduction. The article presents an analysis of the use of non-invasive prenatal testing for chromosomal abnormalities in the fetal
extracellular DNA in the blood of pregnant women in Moscow. Materials and methods. When processing materials and research results,
authors considered all available clinical data: findings of an ultrasound examination, medical history and results of additional laboratory
tests. Results. The article presents results of invasive prenatal diagnostics and pregnancy outcomes in patients with high NIPT risks.
Discussion. Authors analyzed diagnostic capabilities of NIPT, its limitations, false-positive and false-negative results, and described
3 cases of prenatal diagnosis of fetal aneuploidy identified in patients who are in the «gray zone» of risk based on the results of combined
screening of the first trimester of pregnancy. Conclusion. Prenatal diagnosis of the described aneuploidy is difficult due to individual
risk of developing chromosomal abnormalities of the fetus based on the results of combined first-trimester screening in the range
of 1:101-1: 2500 and lack of indications for invasive prenatal diagnostics.
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BBeaenue

B mprumHax penpopyKTUBHBIX [OTepb, HeOHa-
TaJIBHOWM CMEPTHOCTU U [OeTCKOW WUHBAJIUIHOCTU
XPOMOCOMHBIe aHeymaonAanu (XA) 3aHUMAOT Be-
nyitee Mecto. OHU SABJISIIOTCS. OCHOBHOW IIPUUYUHON
Hepa3BUBAIIINXCS OepeMeHHOCTe! M BBIKU[IbIIIeH
(mo 60% ciy4aeB), MOMYJIAIMOHHAsS YacToTa y HO-
BOPOXKIEHHBIX cocTaBisieT okosio 1%. Hanboree ua-
CTbIMU XA, CBA3aHHBIMU C JKMBOPOXKIEHUEM U UH-
BajMAM3alVen, ABIFI0TCA TpUucoMuu 1o 21, 18 u 13
XpoOMOCOMaM. AHeyIIJIOUWU 10 APYTUM ay TOCOMaM
0OBIYHO HE BCTPEUaloTCs y POAMBIINXCS JETe,
TaK KakK MPUBOJASAT K IMpepbiBaHWI0 OepeMeHHOCTH
Ha paHHUX cpokax nnbo BCTpevyaroTcs B BUJIE MU-
KpoTlepecTpoeK MM Mo3aulusma [1].

Ha mepBoM »sTame mnpeHaranapHOro obcsenoBa-
HUS TPOBOANTCS BhIiBIIeHWe GepeMeHHbIX SKeHIUH
IPYTIbl PUCKA C TIOMOIILBI0 MAaCCOBOIO KOMOMHUPO-
BaHHOTO CKPUHWHTA OepeMeHHBIX C MpPUMeHeHHUeM
aHajM3a OMOXMMMUYECKMX MapKepoB U YJIbTpasBy-
KOBBIX MapKepOB XPOMOCOMHOM IIAaTOJIOIUH, C [TOCJIe-
IYIOLKUM [IPOrpaMMHbBIM PacuyeTOM PUCKOB I1ePBOT0
TpuMecTpa. Ha BTOpoM sTame B cjlyyae yCTaHOB-
JIeHU$ BBICOKOT'O PUCKAa XPOMOCOMHOM I1AaTOJIOIUU
y [/10[4a IIPOBOAUTCS IpPOLlelypa UWHBA3UBHOU [1U-
arHOCTUKHU, C MOC/IeAYIOUUM OlpeleeHneM Ka-
puotuna maona. KoMOWHMpPOBAHHBINM CKPUHUHT
OCHOBAH Ha KOCBEHHBIX MapKepax M UMeeT orpa-
HAYEeHHWe TI0 UYBCTBUTEIBHOCTH OMOXMMHUYECKUX
nmokasaresiei, FOpMOHAJIBHOTO CcTaTyca GepeMeHHOM
SKEHIIUHBL  DPPeKTUBHOCTh KOMOMHMPOBAHHOTO
CKPUHUWHIA [1ePBOr0 TPUMECTPA I10 BbISIBJIIEHUIO XPO-
MOCOMHBIX CUMHIOpOMOB [ayHa, [laTay u DoBaprca
cocraBnger 80% [2,5].

EcTh HeoOXOAMMOCTb BO BHefpeHWM Oosiee Co-
BPeMeHHbIX HeMHBA3MBHBIX MCCJIeJOBAaHUM, T103BO-
JI0MUX ¢ 6omee BBICOKOW TOUHOCTHIO BBIBIIATH
OepeMeHHBIX C PUCKOM XPOMOCOMHBIX HapyIIeHUN.
B mapre 2020 1. BHeJpeHMEe HEMHBA3UBHOIO IIpPeHa-
TaJIBHOI'O TecTa Hauajioch B I. MOCKBe.

HeuvHBaszuBHBIK TmpeHaTaabHbll TecT (HUIIT)
B I. MockBe MPOBOJUTCH B COOTBETCTBUU C IIPU-
kazoMm [lermapraMeHTa 3[paBOOXpaHeHUs Tropoja
MockBel oT 13.03.2020 N° 199 «O6 opraHuzaunuu
[IPOBeIeHUs HeMHBA3MBHOIO [IPEHATAJIbHOIO TecTa
B ropojie MockBe». 3a60p kpoBu Ha HUTIT ocyimecT-
BIIsIeTCSl y OepeMeHHbIX C MHIMBUYaIbHBIM PUCKOM
Pas3BUTUSA XPOMOCOMHBIX aHOMAJIMHU PasBUTUS I1JI0-
Jla TI0 pesyJsipTaTaM KOMOMHUPOBAHHOTO MTpeHaTab-
HOTO CKDMHUMHTA MEePBOTO TpUMecTpa 6epeMeHHOCTH
¢ puckamu 1:100 u Boitre n B muamnazone 1:101-1:2500
[8, 9]. 3a 2020-2021 rr. y 6epeMeHHBIX SKEHIIWH
C TIOCTOSTHHOW peructpaunuverr B MoCKBe, Mpolle[-
IIMX TpeHaTasbHblii CKPUHUHT [ TpumecTpa Oepe-
MEHHOCTM B MeJULMWHCKUX OpraHU3alusx, 1o[Be-
IOMCTBEHHBIX [lemapraMeHTy 3[1paBOOXpaHeHUs
ropojga MockBel, mpoBesieHo 12 700 HUITT.

HUTIT saBnsercs 6oJjiee Uy BCTBUTETbHBIM U CTIEIU-
bUUHBIM  CITOCOOOM  BBIIBJICHUSI  QHEYTJIOUIUN
y IJIO[A 110 CPaBHEHUIO CO CTaHAapTHBIMU CKPUHUH-
ramu | u Il TpumecTpoB, HO ero >dpdeKTUBHOCTH
He MoxeT pocturatbh 100% m3-3a OUMOJIOrMYECKUX
orpaHuyeHuit. B ciyuyae BBISIBJIEHUS BBICOKOTO
pucKka aHeyIUIOUAWM [jIsd YTOYHEHUS [OuarHosa
[oKkasaHa MHBa3WBHAY [IpeHaTa/lbHad JUarHoCTUKA
C ompefiesieHMeM KapuoTuma mofa [4, 7, 9].

ITpu npoBenerHru HUTIT y 6epeMeHHbIX KEeHIIWH
B I MoCKkBe BbISIBJICHO U IIOATBEpPIKAeHO 126 ciryya-
eB ¢ Tpucomuent 21, 40 ciyuvaeB — ¢ TpucoMuen 18,
12 ciryyaeB - ¢ Tpucomueit 13, 18 ciydaeB - ¢ MOHO-
coMuent X, 23 ciyyvas — ¢ HapylLIeHUeM I10 [I0JI0BbIM
xpoMmocoMaM, 17 cjayuvaeB — ¢ MUKPOCTPYKTYPHBI-
MU IlepecTporKaMu U 22 ciayvasg — C TPUCOMUAMU
[0 APYIMMU XPOMOCOMaM M C COBMEIIEeHHBIMU pU-
ckamu. [ yno6cTBa aHaiunza oineHKr dhdexTrB-
Hocty HUTIT nmanueHTKY pasiesieHbl Ha TPY I'PY L
Mo pesyybTaTaM KOMOWHWPOBAHHOIO TpeHaTalbHO-
0 CKpUHUMHTIA [IepBOr0 TpuMecTpa, ¢ puckamu 1:100
u Boiie, 1:101-1:1000 u 1:1001-1:2500.

B Tabn. 1 mpencraBieHbl pesyiabraTbel HUTIT
M0 YacThIM aHeyIiouausm (Tpucomun 21, 18 u 13),
[10 aHOMAaJIUAM II0JIOBBIX XPOMOCOM, PefKUM ayTo-
COMHBIM TPUCOMUSAM U MUKporepecTpoiikam CNVs),
a Takyke M0 HU3KUM PUCKAM M HU3KOW deTanbHON
dpaxnum (OOD).

Ta6muua 1. Pesyssrarel HUTIT 1o rpymnam pucka.
Table 1. NIPT results by risk groups

I'pynna I'pynna I'pynna
P BBICOKOTO TPOMEXXYTOY- | IMPOMEKYTOY-
e3y/IbTaT ’
pucka HOTO pUCKa HOTO pUCKa
> 1:100 1:101-1:1000 | 1:1001-1:2500
Tpucomus 21 126 95 23 8
Tpucomus 18 40 36 B) 1
Tpucomus 13 12 6 5 1
CoBMelIeH- 9 1 1 0
HbIe PUCKK
MI/IKPOHGPG’ 17 1 1 4
CTPOVUKH
Apyrue Tpu- 20 ) 7 10
COMUM
[Marosorus
10JIOBBIX XPO- 7 0 1 6
MocoM XXX
[MaTonorus
MOJIOBBIX XPO- 5 1 4 0
MocoM XYY
Monocomust X 18 4 9 5
[MaTonorus
MOJIOBBIX XPO- 11 1 7 B
MocoM XXY
Huske 12 096 347 6 078 5671
PUCKH
Huzkasg OO 346 7 169 170
Bcero 12 700 502 6 319 5 879
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B Tabn. 2 mpepicTaBieHbl pe3ynbTaThl MCXOMOB M 13), IO aHOMAasWsIM TIOJOBBIX XPOMOCOM, a TaKKe
WHBA3WBHOW MpeHaTa/ibHOU pAuarHoctuku (MI1M), 1o «cimydyalHbIM HaxoaKaM» (TPUCOMUHU MO PeKUM
MpOBeleHHOM T0 c/iyyasgM C BBICOKMMU puUcKaMu  xpomocoMaM M CNVs).

HUIIT o yacTbIM aHeymionansam (Tpucomuu 21, 18

Ta6mmua 2. PesynsraTsl UI1/] 1o rpymnam pucka.
Table 2. IPT results by risk groups

I'pynma
I'pynma I'pynma Py
IPOMEKYTOY-
PesynbraT BBICOKOI'0 IIPOMEKYTOYHOI0 HOTO pHCKa Hroro
ucka > 1:100 ucka 1:101-1:1000
P P 1:1001-1:2500
BbIsiB/IeHO NATO/I0TUI, BCEro 95 23 8 126
MOATBEePIK/IeHHAs TTaTOIOr U 93 17 5 115
Tpucomus 21
Pesynprar UI[l = HemoaTBep>K[IeHHAs I1aTOJIOTUS 0 2 0 2
otkas ot UII 2 4 3 9
BbIsiB/IeHO ATOJI0TUIA, BCEro 36 3 1 40
MO/ATBEPIKIeHHAs M1aTOJIOTHS 35 3 0 38
Tpucomus 18
Pesynprar UI[l = HemoATBep>KIeHHas I1aTOJIOTUS 1 0 1 2
otkas ot UII 0 0 0 0
BbIsiB/IEHO IATO/JI0TUI, BCEro 6 5 1 12
[O/ITBEPIKIeHHAs [1aTOJIOTUS 5 3 0
Tpucomus 13
Pesynbrar UIII | HermopTBepsKIeHHast MaTOJIOIUs 1 2 1
orkas ot U 0 0 0 0
BrbIsiB/IeHO ATOI0THIi, BCEro 1 7 3 1
[OATBEPIKIeHHAs [1aTOJIOTUS 1 4 2 7
Tpucomust XXY
Pesynprar UII[l = HemoATBepKIeHHAs I1aTOJIOTUS 0 0 0
oTkaz ot MIT/I 0 3 1 4
1
BbIsIB/IeHO NIATOJIOTUIA, BCEro L L 0 2
’ 69,XXY 18 ¥ puCK MHKPOXPOMOCOM-
CoBMeleHHbIe HBIX aHOMaJIM
pucku [O/ITBEPIKIeHHAs [1aTOJIOTUS 1 0 0 1
Pesynprar UII[l = HemoATBep>KIeHHAs I1aTOJIOTUAS 0 1 0 1
orkas ot UIT 0 0 0 0
BbIsiB/IeHO ATO/JI0THIi, BCEro 4 9 5 18
MOJITBepPIKAeHHas MaToJ0rus 3 1 1 5
Monocomusi X
Pesymprar UII[l = HemoATBep>KIeHHAs I1aTOJIOTUS 0 8 4 12
otkas ot I/ 1 0 0 1
BbIsiB/IeHO aTO/10T Ui, BCero 1 12 4 17
MOJTBePIKAeHHAas MMaToJ0rus 1 3 0 4
MukpornepecTpoiKu
Pesynprar UII[l = HemoATBep>KIeHHAs I1aTOJIOTUS 0 3 3 6
otkas ot UIII 0 6 1 7
BbIsiB/IeHO IATO/I0TUIA, BCEro 3 7 10 20
[OATBePIKIeHHad 1aTOJI0TUd 1 0 1 2
Jlpyrue TpucoMuun
Pesymprar UIN[l = HemoaTBep>KIeHHAs I1aTOJIOTUAS 2 3 6 11
oTkas ot I/ 0 4 3 7
BbIsIB/IEHO NIATOJI0TUIA, BCEro 0 1 6 7
[1aTOIOTHS TIOTOBBIX MOJATBEPKAeHHad MaToJIorusd 0 0 1 1
xpomocom XXX Pesynprat UI1Jl, = HermoaTBepsKIeHHAs MaTOIOT s 0 0 1 1
oTKkaz ot MITJI 0 1 4 5
BbIsiB/IEHO NATO/I0TUI, BCEro 1 4 0 5
T1aTO/IOT U TIOJIOBBIX MO/ATBEPIKIeHHAs aTOJIOTUS 1 2 0 3
xpomocom XYY Pesynprat UI1 = HemopTBepsK/eHHas MaTOIOT s 0 0 0
otkas ot UII 0 2 0 2
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B Tabs. 3 npejcTaBiaeHbl pe3yabTaThl OTCIEKEH-
HBIX MCXO/I0B 6epeMeHHOCTeN Y MalMeHTOK C BbICO-
KuMu puckamu HUTIT. DTtu cembu cMoriu 3abia-
roBpeMeHHO TIOJIYyYWTh WHPOPMAlLUI0 O HaIUYhuU

XPOMOCOMHO MaTOIOTHH Y MJIOAA U TPUHATH peliie-
HUe O TPOJIOHTMPOBAHUU GepeMeHHOCTH U POXKJe-
HUU pebeHKa ¢ MHBAJIUAU3AIMEeN UK MpepbIBAHUN
OepeMeHHOCTH.

Ta6muua 3. Vcxoasl 6epemMeHHOCTE ¢ BhICOKMMU puckamu HUTIT.
Table 3. Outcomes of pregnancies with high risk NIPT results

Tpucomus 21

Tpucomus 18

Tpucomus 13

Tpucomusa XXY

CoBMellleHHbIe
PUCKH

Monocomust X

MuKponepecTpoiku

Jlpyrue TpucoMuu

ITaTos10rust MOI0BBLIX
xpomocoMm XXX

ITaTos10rust MOI0BBIX
xpomocoM XYY

PesynbraT

BbIsSIBIeHO TTAaTOIOTHIA

npepBaHo GepemMeHHOCTel
Mcxopbl  MPOJIOHTMPOBAaHO GepeMeHHOCTel
ponb!
BbISIBIEHO TTATOIOTHIA

rpepBaHo 6epeMeHHOCTe
Wcxomer

MPOJIOHI'MPOBAHO OepeMeHHOCTen
BbISIB/IEHO TTATOIOTHIA

rpepBaHo 6epeMeHHOCTet
Wcxompr

MIPOJIOHI'MPOBAHO GepeMeHHOoCTen

BeIsiB/IeHO maTo0THit

npepBaHo GepemMeHHOCTe!
Mexoipl

MIPOJIOHI'MPOBAHO GepeMeHHOCTen
BbISIB/IEHO TTATOIOTHIA

npepBaHo 6epeMeHHOoCTe
Wexobl
MIPOJIOHIMPOBAHO GepeMeHHOCTen

BrIsiB/IeHO 1TaTOI0THit

npepBaHo GepemMeHHOCTel
Wcxomer

MIPOJIOHIMPOBAHO GepeMeHHOCTen
BrIsiB/IeHO 1aTO 10T Wit

npepBaHo 6epeMeHHOoCTe
Wexombl

MIPOJIOHIMPOBAHO GepeMeHHOCTen
BbIsiB/IEHO TATOIOT Wit

rpepBaHo 6epeMeHHOCTe
Mexompl

MIPOJIOHIMPOBAHO GepeMeHHOCTen
BbIsiB/IEHO ATOIOT Wit

rpepBaHo 6epeMeHHOCTe

Wexompl
MIPOJIOHTMPOBAHO GepeMeHHOCTen

BBISIB/IEHO TTaTOIOTHI
IIpepBaHo 6epeMeHHOCTeH

Wcxomer
MPOJIOHIMPOBAHO OepeMeHHOCTen

I'pynma
BBICOKOTO
pucka > 1:100

I'pynmna
TIPOME>KYTOYHOT'0
pucka 1:101-1:1000

I'pynmna
TPOMEKYyTOY-
HOTI'0 pHCKa
1:1001-1:2500

Utoro

95 23 8 126
91 17 5 113
2 4 3 9
2 2 0 4
36 3 1 40
35 3 0 38
1 0 1 2
6 D) 1 12
5 3 1 9
1 2 0 3
1 7 3 1
5
1 (4 npepbiBaHUs, 2 8
1 CIIB c oTkazomM
ot WITI)
0 2 1 3
1 1 0 2
1 1 0 2
0 0 0 0
4 9 B 18
4
e 1 1 ;
ot UTIIJI CTIB)
0 8 4 12
1 12 4 17
1 3 0 4
0 9 4 13
3 7 10 20
1 0 1 2
2 7 9 18
0 1 6 7
0 0 1 1
0 1 5 6
1 4 0 5
0 1 0 1
1 3 0 4
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Pesyaprarel HHUIIT pgasa  rpynmet
BBICOKOTO PHCKA 110 KOMOMHMPOBAHHOMY
NpeHaTajibHOMy CcKpuHHMHTY (1:100
U BbIIIE)

Y 502 mnpoaHanuW3WpoBaHHBIX 00pas3loB KPOBU
SKeHIIIWH U3 T'PYIIILI BBICOKOTO PUCKA 10 Pe3yjibTa-
TaM KOMOMHMPOBAHHOIO MpPeHaTaJbHOI0 CKPUHUH-
ra pesyabratel HUIIT, cBUeTeIbCTBYOIME O Ha-
JIVYMY XPOMOCOMHOU TaTOJIOTUH, MOJY4YeHbl B 148
(30%) cnyuasx, u3 Hux: 95 cayudaeB — Tpucomuu 21,
36 cirydaeB — Tpucomuu 18, 6 ciydyaeB — TPUCOMUU
13, 4 cnyuaa — MoHocoMuu X, 2 ciyyas HapyLIeHUH
110 II0JIOBBIM XPOMOCOMAM, 3 cjly4yasi aHOMalum apy-
rMX XpoMocoM M 1 ciiyuaid — PUCK COUeTaHHOM ma-
Tonoruu. 347 o6pasioB KPOBU UMEIOT HU3KHUI PUCK
HaJIMuMg XPOMOCOMHBIX aHOMaJlMii, B 7 cjlydasax
npoBefenue HUIIT He ymanoch BBUIY HUBKOU de-
TanbHOU Gparmuu (HUXKe 3,5%).

Bricokue pucku HUIIT o Hanuuuio y miona Tpu-
comnu 21 XxpoMocoMbl (cMHApoM JlayHa) momy4deHbl
B 95 ciyuasx, B 93 ciyydasx MoATBep>KAeHbI 10 pe-
syabprataMm UIIJ, B 2 - mo/ry4eHbl 0OTKa3bl OT [IpOBe-
nenust UTIJI. Bce 6epeMeHHOCTH, KpoMe JIBY X (rmalu-
€HTKM OCO3HAHHO TPOJIOHTUPYIOT OepeMeHHOCTB),
IIpepBaHbl [10 MeJULMHCKUM IIOKAa3aHUAM.

Breicokue pucku HUIIT 1o Hammuuio y maoga Tpu-
coMuu 18 XpoMOCOMBI (CMHAPOM DABap/ca) ¥ TPUCO-
Mu# 13 xpoMocoMbl (CMHpoM [laTay) He MoaTBepIK-
JleHbl 10 OJJHOMY CJIy4Yalo, BCe OCTaJlbHble clyyau
noaTBepkaeHbl. CeMbsl C MOATBEPIKAEHHOW TPUCO-
Mueli 18 0CO3HAHHO MPOJIOHTUPYeT GepeMeHHOCTH,
BCe OCTaJIbHbIE NIPepBaHbl 110 XPOMOCOMHO [1aTOJI0-
'Y [JI0[A.

AHOManuM  IOJIOBBIX  XPOMOCOM  BbISIBJIEHDI
B 6 ciyvasx, U3 HUX: 4 ciydasd MOHOCOMUU X (CHUH-
npowm lllepemeBckoro-TepHepa), 1 ciiyyait cuHpoMa
Knaitudenvrepa u 1 cnyuait - XXY. B ogHoM cry-
yae ¢ MoHocomueit X U] He mpoBoauachk - 6epe-
MEHHOCTb IIpepBaHa 10 MeJUIMHCKUM [T0Ka3aHUAM
13-3a MHOYKeCTBEHHBIX [IOPOKOB pa3BUTUA Y IJIOLA.
OcralibHble Cjly4yau HapylLIeHUHN 110 [OJIOBBIM XPO-
MOCOMaM IOATBepKAeHbl 10 pesynabraraMm WIT
u npepBanbl, kKpome XYY: ncxol OepeMeHHOCTH —
poAbl C XPOMOCOMHOM MaTOJI0OrMei Iioja, MoCcTHa-
TaJbHBIN KapuoTun XYY.

BrisiBj1eHO 4 BBICOKMX pUCKA 110 HAJIUUUIO PeIKUX
TPUCOMUMN U MUKPOCTPYKTYPHBIX XPOMOCOMHBIX
naMeHeHuit (CNV). 2 cnydass BBICOKUX PUCKOB TPU-
COMMHU 110 APYTUM XPOMOCOMAM He MOATBEepPKIeHbl
no pesynabratam MII[I. Y manueHTKU C BBICOKUM
PUCKOM I10 HaJIMUUIO Y I1JI0AA TPUCOMUU 22 XPOMO-
coMmbl nipu UIIJ BbIgBiIeHA TpaHCJIOKALUA MEXAY
14 wn 22 xpomocomaMu. Mukpopenenus IO[I-
TBepKaeHa nipu WIII. B ciryyae coyeTaHHOTO pH-
CcKa TpucoMum 18 XpOMOCOMBI M MOHOCOMUU-X

1o pesyibrataM I/ BeIgBIeHa TPUTITIOU NS Y 1710~
na. O6e 6epeMeHHOCTH MpepBaHbI.

Pesyabrarel HAIIT pas rpynnsl pucka
1:101-1:1000 1m0 KOMOMHMPOBAHHOMY
NPEeHaTaJIbHOMY CKPHHHUHIY

B nmanHO# rpynme nauueHTOB IIpoaHalIU3UpoOBa-
HO 6319 00pasioB KpoBW, BbicOkuMe pucku HUIIT
nomyueHsl B 72 (1,1%) coydasx, u3 HAX: 23 caydas
— a”eymjouguu 1o 21 xpomocome, 3 ciayvasd — TpU-
comuu 18 1 5 ciyyaeB — TPUCOMMU 110 13 XpoMocoMe,
a Takoke 21 ciayvail HapylIeHUN IO I10JIOBBIM XPO-
MocoMaM, 7 ciydaeB aHOMajuii JPYyTUX XPOMOCOM
M 1 coueTaHHBIX PUCK TpuUcoMUU 18 XPOMOCOMBI
Y [lejleliysl IJIMHHOTO I1jleya 18 XpOMOCOMBI.

BbicOKMHM pUCK 10 HAJMUUI Y I1JIoJa TPUCO-
MUK 21 XpoMocombl (CMHApOM [layHa) BbISBIEH
B 23 ciry4vadax, u3 KoTopbix 19 npounu UITI - 17 non-
TBEPIK[EHBI U 2 He MOATBepPKIeHbl, BCe MallueHTKHU
C TOATBEPXK[EeHHbIMU CJIydyasiMy I[PUHAIU pellle-
HUe O TIpepbiBaHNM GepeMeHHOCTH. [IBe malueHTKH
€ oTKazaMu OT npoBefeHud VIl Ha cerogqHAIIHUNA
JleHb pojopaspelleHbl — 1aTOJIOTUS MOATBepKIeHa
[IOCTHATAJIbHO.

B 3 ciayuyagdx BBISBJIEH BLICOKMM PUCK HaIU4YUA
y 1joga TpucoMum 18 XxpoMoCOMEL, BCe cilydau o[-
TBEPK/IeHbl, 0epeMEeHHOCTH TTPepPBaHbI.

B 5 ciyuasix BbISIBIIEH IOJIOKUTENbHbBIN Pe3yIib-
TaT HaJIMUuuUg Yy IJI04a TPUCOMUU 13 XPOMOCOMBI.
[To pesynpratam MIIJ y 3 manneHTOK MOATBEPIK e~
Ha [aTOJIOTU4, BCe IpepBaHbl. B 2 ciayvagax momny-
YeH JIOJKHOIIOJIOKUTEJIbHBIM pe3yybraT, BO3MOXKHO
B CB$I3U C {IBJIEHMEM IJIalleHTapHOI'0 MO3auLM3Ma.

[To garabM HUIIT aHOMaInM 10 TTOJIOBBIM XPO-
MOCOMaM B [JaHHOU I'pyIIe IIPOMesKy TOUHOT'0 pUcKa
BLISIBJIEHEI B 21 cilydae, U3 HUX 7 CJIyYaeB [IOLTBepIK-
JleHbl, 8 ciy4JaeB He TOJTBEPIK[EeHBI (JT0JKHOIOJIO-
JKMTeJIbHble pe3ysbTaThl). Bce MoATBep)KIeHHbIe
ciryyau rnpepsBaHbl. [lecTh manMeHTOK OTKa3alUCh
oT nipoBefenud UITII.

Bricokne pucku HUIIT 1o HAaMMumMio pefKux Tpu-
COMUII M/MJIM MUKPOCTPYKTYPHBIX XPOMOCOMHBIX
U3MEHeHUU BLIABIIEHEI B 19 ciiyuadax, U3 HUX 3 CIIY-
4yas [OOTBepKeHbl, Bce mpepBaHel [llecTs ciyua-
eB He noAaTBepieHbl, 10 MalMeHTOK OTKa3alUCh
oT nposepenusa UITLI.

CoyeTaHHBI! PUCK TPUCOMUU 18 XPOMOCOMBI U [le-
Jle s JJIMHHOLO I1jleda 18 XpoOMOCOMBL 10 pe3yibTa-
TaM UIT]] He o TBepK/AeHbI.

6078 006pas310B KPOBM paclieHeHbl Kak MMelolre
HU3KUM PUCK HaJIMUMS XPOMOCOMHBIX aHOMaJIUM.
B 169 cinyuagax npoBegenue HUIIT He ynanock ns-3a
HU3KOW deTanbHON Gpakiuu (HUxKe 3,5%).
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Pesyabrarel HUIIT pas rpynnsl pucka
1:1001-1:2500 1m0 KOMOMHMPOBAHHOMY
NPEeHaTaAbHOMY CKPHUHHHTY

Y 5671 mpoaHauM3upoBaHHBIX 00pa3I0B KPOBU
SKeHIIWH 13 TPy bl pucka 1:1001-1:2500 1o pesyiib-
TaraM KOMOMHWPOBAHHOI'O IPeHATaJbHOI'O CKPU-
HuHTa pesynbrarel HUIIT, cBuIOeTenbCTBYIOLINE
O BBICOKOM PUCKEe XPOMOCOMHOM IaTOJIOTWU, IOy~
4JeHbl B 38 (0,6 %) ciyyasax, u3 HUX 8 cjiyyaeB TPUCO-
muu 21, mo 1 ciyyato Tpucomuu 18 u 13, 5 ciydaen
MoHOcoMUM X, 4 cliyuasd MUKpoAenelnil, 9 ciyya-
eB HapyLIeHUH 110 MoJIoBbIM XxpomocoMaM u 10 ciy-
yaeB aHOMaJW¥ JIPYTrUX XpoMocoM. 5671 oOpasion
KPOBU MMEIT HU3KMHU PUCK HAJTUUMSI XPOMOCOMHBIX
aHoMmanuit, B 170 cimyuvaax npoBegenune HUIIT nHe
yIaraoch W3-3a HU3KOW deTanbHOU dpakiiuu (HUXKe
3,5%).

[TonmoskuTenpHblM pesynbraT HUIIT 110 Hanmmuyunio
y njofa rpucoMmum 21 xpomocomsl (cuHapom [dayHa)
MojlyyeH B 8 cyyasx, B 5 cJyudasiX MoJTBEPIKJeHbI
no pesynbrataM UIII (Bce GepeMeHHOCTH TIpepBa-
HBI), B 3 MOJTyUeHbl 0TKA3bl OT mpoBegenus WUIT/I (Ge-
PEMEHHOCTH MTPOJIOHTUPYIOTCH).

[TonoxxutenbHble pesynbrarsl HUIIT mo Hanu-
UMIO y TJIOAA TPUCOMHUM 18 XPOMOCOMBI (CHMHIPOM
DaBappca) ¥ TPUCOMUHA 13 XpOMOCOMBI (CuHpoM [1a-
Tay) He MOJATBEepP>KAeHbl HY 110 OJJHOMY CJIy4alo.

Boicokue puCKM aHOMAJIMU IIOJIOBBIX XPOMOCOM
BbISIB/IeHbl B 14 ciyyasix, U3 HUX 5 CIy4yaeB MO-
Hocomuu X (cuHpapom IllepemeBckoro-TepHepa),
1 momTBepXKAeHa U GepeMeHHOCTh TpepBaHa, y 4 —
JIO’KHOTIOJIOKUTETbHBIM  Pe3yJIbTaT, 0epeMeHHOCTH
[IPOJIOHTUPYIOTCH.

BrigBirieHo 6 ciydaeB TpucoMuu X, U3 HUX 1 mof-
TBepXKJeHa M OepeMeHHOCTh IpepBaHa, MOJyuYeH
1 JIOKHOIIOJIOXKUTE/IbHBIM pesyybraT u 4 oTKasa
ot UIIM. M3 3 cnyuaeB XXY fABa NOATBEPKIEHBI
Y TIpepBaHbl, 0/THA TIAIIMEeHTKA MPOJIOHTUPYeT Oepe-
MEHHOCTb.

N3 14 Beicokmx pruckoB HUIIT 110 HAIMY IO peJKUX
TPUCOMUA U MUKPOCTPYKTYPHBIX  XPOMOCOM-
HbIX wu3MeHeHuit (CNV) mo pesynbratam MUI1[]
9 ciydaeB He IOATBEPXK[EHbI, OOWH Cjyvau
MOATBEPXKAeH U OepeMeHHOCTh TIpepBaHa, 4
MalMeHTKU OTKas3aauch oT nposenenus UITI.

[Tomy4yeHHBIe pe3yibTaThl 110 BHegpeHwuto HUIIT
B I. MOCKBe MPO/IeMOHCTPUPOBAJIU BEICOKYI0 dpdek-
TUBHOCTB, 0ocoOeHHO B Tpymnme pucka 1:101-1:2500.
BriIBJIeHO ¥ MOATBEPKIeHO 43 ciaydasgd XpOMOCOM-
HOW I1aTOJIOIMU IUJIOAA, B TOM uuciie 14 — ¢ cuHApo-
MoM [layHa.

Omnpepenenbl GaKkTOPbl, KOTOPble BAUSIOT Ha pe-
synbraTel  JIHK-CKpUHWHTA aHeyIUIOMOUNR: JIOXK-
HOTIOJIOSKMTENIbHBIE Pe3YJIbTaThl MOTYT ObITH 00Y-
CJIOBJIEHbI O0COOEHHOCTSIMM KapuOTHIIA SKeHILWHBI,
MO3aMIU3MOM IIJIALleHTLl U IJI0HA; JIOKHOOTPU-
LaTejbHble pe3yabTaThl — MO3aULMU3MOM IUIOJA,

cHUu>KeHueM pgoiu rogosoit IHK; Beicokuit UMT He
ABJIAETCH OrPAaHUYEHMEM K IPOBEJEHUIO MCCIIe0-
BaHWU4, T. K. IPU UCCIIeJOBAHUU BCera orpeenser-
cs monga muopoBon [JHK [3, 4].

Taxum ob6pasomM, BHegpenre HUIIT B cucTeMy op-
raHuW3aluy OKa3aHWs MeJUIIMHCKOM oMol Oepe-
MEHHBIM JKeHIITMHAM TI0Ka3aJI0 BEICOK YO 3D PeKTuB-
HOCTB: TIOBBICMJIACh BBIABIAEMOCTh XPOMOCOMHBIX
aHOMaJIMH I1JjI0/1a.

Ma’repnam,l H MeTO/bl

[TpencraBieHbl cilydyau I[IpeHATaJIbHOW [IUATHO-
CTUKM I1aTOJIOTMH, BBISBJIIEHHBIX II0 pesyJibTaram
HUIIT y nanueHTOK, HAOIIOAA0ITUXCSA 10 GepeMeH-
HOCTHU B IIOJBeIOMCTBEHHBLIX [lemapTaMeHTy 3[pa-
BOOXPaHeHUs ropoga MOCKBbI MeJULIMHCKUX Opra-
HU3aLUAX.

BepeMeHHble IPOXOAWJIM IIpeHATA/IbHBIA CKpU-
HUHT 1IepBoro tpumecrtpa B 11-13+6 Hefesnb ¢ pacye-
TOM PUCKOB POKeHWs pebeHKa ¢ XPOMOCOMHOM Ma-
TOJIOTMeH, 3alepKKU pocTa IUI0[a, IPesKIaMIICUn
Y CaMOITPOM3BOJIBHBIX POMOB [0 34 Hemelb. YUu-
ThIBasl pacCCUMTAHHBIA MHAUBUYAJbHBIA PUCK
XPOMOCOMHBIX aHOMaJjWii 10 pesyjabTaTaM KoMOu-
HUPOBAHHOI'O IIpeHaTaJIbHOr0 CKPUHUHIA I[IePBOrO
TpuMecTpa B auamnazone 1:101-1:2500, mpoBomucs
HeMHBA3UBHbIN NpeHaTalbHbilt TecT (HUIIT). WH-
BasMBHas NpeHaTalbHasd auarnoctuka (UI10) npo-
BOJIMJIaCh METOJ0OM aMHUOLeHTe3a. [119 ycTaHOBIIe-
HUS TOYHOTIO IIMTOTr€HETHYEeCKOro AuarHosa Obio
UCII0JIb30BAHO COoYeTaHWe MeTOAO0B KJIACCUMUeCKOoro
KapUOTUINIMPOBAHUS C MCIIOJIb30BaHUeM G-OKpallu-
BaHUS U MOJIEKYJISIPHO-LIUTOI€HEeTUUEKOr0 aHaln3a
(FISH-meToa).

Pe3yasTarsl

Hab.mooenue 1.

BepeMenHas A., 26 jeT, TpeThss 0epeMeHHOCTb.
[TepBasg 6GepeMeHHOCTH: POMBI, IO MYIKCKOMH,
3340/52 cM. BTopasg 0GepeMeHHOCTH: CaMOIPOU3-
BOJIBHBIN BBIKUABIIT B 5-7 Hemesb OepeMeHHOCTH.
TpeTbs 6epeMeHHOCTh HACTOSATIAST, CAMOTIPOU3BOJIb-
Hasl.

[Tpu npoBemernu Y3U B 11+4 Heslennh GepeMeHHO-
cru: YCC nopa 160 yu/mun., KTP - 68 mm, TBIT -
1,70 mwm. MartouHag aptepusa ciena 1,170, crpasa
1,650, cpen. 1,410, sxBuBanenTHo 0,881 MoM. OteH-
Ka aHATOMWMU TJIOJIa HA MOMEHT OCMOTpa: MO3T, Cep/l-
11e, JXeJIyA0K, TO3BOHOYHUK, KOHEUYHOCTH, TlepeTHAA
OproliHasi CTeHKA, MOYEBOW My3bIPh, MOUKK — TIATO-
JIOTU He BBISIBJIIEHO. XOPMOH HU3KO I10 3aJHEW CTEH-
Ke, OKOJIOIIOAHBIX BOJ 0OBIUHOE KOJTMYECTBO.

buoxumuyueckuit ananus: PerkinElmerAutoDelfia
CobGopHast 6eta-cybbeguuauna XI'Y - 39,3 ME/m,
skBUBasieHTHO 0,934 MoM; PAPP-A - 1,500 ME/n,
pKBUBaJeHTHO 0,392 MoM.
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PesyibraThl pacyera pUCKOB:

Tpucomus 21 6a30Bblii prck 1:916, UHAWBUYATTb-
HBIN puck 1:2248;

Tpucomus 18 6azoBwitt puck 1:2281, uHAUBUAY-
anbHbIM puck 1:18084;

Tpucomus 13 6azoBbid puck 1:7144, nHAWBUIY-
anbpHbIM puck 1:20000;

3ajgepykKka pocTa mioja go 37 Hemelb 1:254;

CamMonpon3BOIbHbIE POJIBI 10 34 Hefenb 1:4299.

Yuumulgas paccHumaHtblll UHOUBUOYAIbHBIU PUCK
XPOMOCOMHBLX AHOMAAULL NO pe3yabmamam KoMou-
HUPOBAHHO20 NPEeHAMA/AbHO20 CKPUHUH2A Nepso20
mpumecmpa 6 ouanasone 1:101-1:2500, npogoduncs
HeuHeasusHblll npeHamanvHbili mecm (HUIIT).

3axsioueHue Tecta Ha cBoOonHyio [THK rmioma
B KpPOBMU MaTepu B 13,2 HeJeslb. BBICOKUUA PUCK
10 TPUCOMMUU 7, TIOJI MY IKCKOW.

[Ipy aHanmM3se KJIETOK aMHUOTUUYECKOU >KUIKO-
ctu Metomom FISH: nuc ish (7PTELO3,7QTEL20)
x3[4]/7(PTELO3,7QTEL20)x2[25]. ITpu ish ¢ ucmons-
3oBaHueM cyOTenomepHbix [THK-30HIOB Ha KOPOT-
Koe W [IJIMHHOe IIJIeY0 XPOMOCOMBI 7 0OHapyKeH
MO3aulu3M: B 4 KjeTKkax — TPU KONUU JIOKYCOB
7PTELO3, 7QTEL20 xpomMocoMbl 7, B 25 KJleTKax -
nBe xonuu jokycoB 7PTEL, 7QTEL20 xpoMocombr 7.

[Ipy LHUTOreHeTUYeCKOM UCCJIeJOBaHUU KYJIbTU-
BUMPOBAHHBIX KJIETOK aMHUOTUUYECKOU >KUIKOCTHU:
KapruoTun troga mos47,XY,+7(3]/46,XY[22] mozau-
1IM3M T10 7 XpOMOCOMe.

Ucxop: npepbiBanue GepeMeHHocTH B 20 HeJesb
110 MeJULIMHCKUM TIOKa3aHUAM.

[IpOTOKOJI NAaTOIOr0aHATOMUYECKOI0 BCKPBITUS
[JI0Ja: ayTOJIU3 BHYTPEHHUX OpraHoB. HenoHo-
LIEHHOCTb. JKCTpeMajbHO HHU3Kad Mmacca Tejaa -
350,0 rpammoB. Tunonnazus miaameHTsr (TTT1K-0,31,
HopMa - 0,40). XpoMmocoMHasi MaTOJIOTWs TIJIo/a
mos47,XY,+7[3]/46,XY[22], Mo3aulu3M 10 7 XPOMO-
come.

Habo00enue 2.

Bepemennad B., 32 roja, nepBast 6epeMeHHOCTb.

[MpunipoBenenuny 3MBl1+4Henens6epeMeHHOCTH:
YCC nnopa 171 ya/muH., KTP - 49 mwm, TBIT - 1,30 MmMm.
Matounaga aprepua ciaeBa 1,490, cmpaBa 2,430,
cpen. 1,960, skBuBasieHTHO 1,121 MoM. OneHka aHa-
TOMMUMU IIJIOJIAa HA MOMEHT 0CMOTPA: MO3T, Cepplie, JKe-
JTYJI0K, TO3BOHOUHWK, KOHEUHOCTH, TIepeiHsI s OPIoI-
Has CTeHKA, MOYeBOW I1y3bIpb, IOUKM — I[ATOJIOIUN
He BbIsiBJIeHO. XOPUOH HU3KO 110 3a/jHell CTeHKe, OKO-
JIOTUTOIHBIX BOJ, 0OBIYHOE KOJTMUYECTBO.

Buoxumnueckuit ananuas: PerkinElmerAutoDelfia
CobopHas 6eta-cybbequuuia XI'Y - 19,20 ME/n,
skBuBayieHTHO 0,370 MoM; PAPP-A - 0,684 ME/mn,
sKkBUBajieHTHO 0,377 MoM.

Pe3syibraThl pacyera pUCKOB:

Tpucomus 21 6a3oBblit prck 1:481, UHAWBUYATTb-
HbIU puck 1:7071;

Tpucomus 18 6azoBert puck 1:1089, mHaUBUAY-
aJbHBIV pUCK 1:769;

Tpucomus 13 6a3oBbiii puck 1:3438, WHAWBUILY-
aJbHBIN PUCK 1:3262;

3ajepykKa pocTa 1mioga no 37 Hegensb 1:78;

CaMornpousBoJIbHBIE POAObI 10 34 Hexenb 1:301.

Yuumwleas paccuumaHHbill UHOUBUOYAALHBIU PUCK
XPOMOCOMHBLX AHOMAAUTL NO pe3yabmamam Komou-
HUPOBAHHO20 NPEHAMAAbHO20 CKPUHUH2A Nepgo2o
mpumecmpa e ouanasowne 1:101-1:2500, nposoouacs
HeuHeas3usHblll npeHamaavHbvlll mecm (HUIIT).

3aknrouenue Tecta Ha cBobomHyto [THK mmoma
B KpoBuU MaTepu B 15,4 Hepesnb: BBICOKUU PHUCK
110 TPUCOMUHM 13, TTOJT MY IKCKOM.

PesynbraTsel Y3 B 21,3 Henenb: OepeMeHHOCTH
20-21 memens. MBITIP nnoga: [THC (Manbbopmarnus
ApnHonpaa-Kuapu, Spina Bifida B kpecTiioBoM oT/e-
ne), TTP nuna (paciienuba T'yObl ¥ ajibBEOJIIPHOTO
oTpocTKa ciiera), [IP MBC (oMKKUCTO3 MOYeK, UH-
banTunbab# TUN), [TP O A (mocTakcuaabHast MOIU-
JaKTUIUsg 06eux ctor), Mapkepbl XA (MOJKOXKHBII
OTeK IIerHoN ckiagku, EATI).

PesynbraTel aMHMoleHTe3a B 20,2 Hepmenb: 47,
XY, +13, My KCKOM KapyuOTHII C TpUCOMMeEN 110 13 Xpo-
MOCOMe.

Ucxon: nmpepbiBaHue 6epeMeHHOCTH 110 MeUIT1H-
CKUM ITOKA3aHUAM.

PesynbTaThl MaTOJIOTOAHATOMUYECKOTO BCKPbI-
TUA: MHOJXeCTBEHHbIe BPOXK[IE€HHbIe ITOPOKMU pas-
BUTWUS: JIEBOCTOPOHHSS PacIlle/inHa BepxHeil Iy0bl,
aJIbBEOJIIPHOT'O OTPOCTKA M Heba, mocTaKkcruasabHast
MOJTUAKTUIIUS CTOT, BOPOHKOOOpasHas medopma-
Uugd 33aJHeN 4YeperHOW MKW, BHYTPEHHAd TUpO-
nedanus, MUKporedanaus, TUIOIIA3USI MO3XKeU-
Ka, areHe3us MO3O0JIMCTOTO Tejla, MUKPOKapIud,
IBYXCTOPOHHUU TruapoHedpos, areHesus IpaBou
IyTIOYHOW apTepuy, IO MYJXKCKOIrO I0Jjla MacCOu
416 TpaMMOB, POCT 24 CM, XpOMOCOMHAas TIaTOJIOTUS
TJI0/1a.

Habo00enue 3.

Bepemennas B., 41 roji, nepBasg 6epeMeHHOCTb.

[Tpu npoBepenun Y3WM B 12+1 Hepenb GepemMeH-
Hoctu: UCC mmoma 157 ya/mwun., KTP - 58 wmwM,
TBIT - 1,8 MM. MaTounas aprepusi cpef. 1,525, ak-
puBajieHTHO 0,91 MoM. OuleHKa aHAaTOMMM IJI0Ja
Ha MOMEHT OCMOTpa: MO3T, CepAlle, Keaya0K, M03BO-
HOYHMK, KOHEUHOCTH, TepeaHss OpIoliHas CTeHKa,
MOYeBOU MY3bIPb, TIOUKHU — MATOJIOTUIN HE BbIABIIEHO.
XOpHMOH HM3KO TO 3aJHEW CTEHKE, OKOJIOMJIOAHBIX
BOJ, 0OBIUHOE KOJTMUeCTBO.

Buoxumuyeckuit aHaius: AutoDelfia CBoOomHas
6era-cyobequanma XI'Y - 80,1 ME/, akBUBaJIeHT-
HOo 1,703 MoM; PAPP-A - 0,543 ME/J1, 5KBUBaJIeHTHO
0,231 MoM.

Pesyabrarhl pacuyeTa puCKoOB:

Tpucomus 21 6a30BbIA prck 1:90, MHAWBU/YATIb-
HBIA puck 1:4;

Tpucomus 18 6a30BbIit pucK 1:213, THOUBULYAITb-
HbI# puck 1:103;

Tpucomus 13 6a30BbIH pucKk 1:671, MHAWBUYATIb-
HBIN puck 1:41.

[lpy mepepacyere puckoB B 13+0 Hemenb Oepe-
MenHocTu: YUCC mona 158 ya/mMun., KTP - 67,1 MM,
TBIT - 1,4 mM. Marounasa aprepusa cpen. 1,490,
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3KBUBaeHTHO 0,936 MoM. O1jeHKa aHaTOMUW U T1J10/1a
Ha MOMEHT OCMOTpa: MO3T, Cep/ile, JKeayI0K, M03BO-
HOUHMWK, KOHEUHOCTH, TIepe/iHss OpIolTHAsg CTEeHKa,
MOYEBOM MY3bIPb, IOUKHU — MATOJIOTUMN HE BBIABIIEHO.
XOpHMOH HM3KO TIO0 3a[iHel CTeHKe, OKOJIOMJIOAHBIX
BOJI, OOBIYHOE KOJTMUECTBO.

B/x AutoDelfia CBobGognag 6Gera-cyObequHu-
ma XI'Y - 80,1 ME/n, skBuBajenTHo 1,646 MoM;
PAPP-A - 0,543 ME/n, skBuBasienTHo 0,251 MoM.

PesynbraThl pacyeTa pUCKOB:

Tpucomusa 21 6a30BbIH pUcK 1:92, UHAWBUYATIb-
HbIY puck 1:104;

Tpucomus 18 6a30BbIM prck 1:228, UHAMBUYATIb-
HbIU prck 1:2460;

Tpucomus 13 6a30Bbil puck 1:714, THOUMBUYAITh-
HBIY puck 1:849.

Yuumuieas paccuumanHbill UHOUBUOYAALHBIU PUCK
XPOMOCOMHBLX AHOMAAULL NO pe3yabmamam KoMou-
HUPOBAHHO20 NPEHAMAAbHO20 CKPUHUH2A Nepso2o
mpumecmpa 8 ouanaszoHe 1:101-1:2500, npogoduncs
HeuHeasusHbslll npeHamanvHwviti mecm (HUIIT).

3akstouenue Tecta Ha cBobopnyio JTHK rmioma
B KPOBU MaTepu B 15,4 Hefiesb: yaBoeHe 18 Xpomo-
combl (dubl18p11.32-p11.21).

[To gauHbiM Y3U B 19,0 Hemenb GepeMeHHOCTH:
BITP LIHC areHesus yepBd U MOy LIAPUNA MO3KeUKa.
Manbdopmanud denau-Yoxepa.

PesynpraTel amHMoOLleHTe3a: 47,XX,+mar, HOIO0J-
HUTEJIbHAsa MapKepHas XpOMOCOMaA, ITOJT JKEHCK M.

HUcxon: mpepbiBaHue 6epeMeHHOCTH TI0 MeUITMH-
CKWUM TIOKa3aHUIM.

PesynbraThl MaTO/I0TOAHATOMMWYECKOTO BCKPbI-
TUS: TIJI0J, JKEHCKOr0 T0JIa C BKCTPEMaJIbHO HU3KOU
Maccoii Tema (420 rpamMmoB), MaabpopMmanusg [leH-
IM-YoKepa, XpOMOCOMHAas MaToJIOr U TI0/1a.

00cyxenne

CTaHAapTHBIM IOJXOJ0OM K IIpeHaTaJIbHOW [1U-
arHOCTUKe XPOMOCOMHBIX aHOMalUW IIoja SIBJIs-
eTcs TpoBe/leHre KOMOMHWPOBAHHOTO CKPUHWHTA
nmepBoro TpuMmecTpa OepeMeHHOCTH. [IpyM BBISB-
JIeHUW BBICOKUX PUCKOB Pa3BUTUA XPOMOCOMHBIX
aHOMaJIMii IJIofa IPOBOAUTCSH WHBA3WBHAY IIpe-
HaTajlbHas [WUArHOCTUKA [JIs OIpefesleHUs Kapu-
OTHIIA IJI0[1A U pelleHUs BOIpoca O IIPOJIOHTUPO-
BaHWM WM TpepbiBaHUM OepeMeHHOCTH. OJHAKO
K HaCTOflleMy BpeMeHU OIIMCAHO MHOIO Ciy4YaeB
JIOXKHOIIOJIOKUTEJIbHBIX M JIOKHOOTPULIATEIbHbIX
cilyyaeB OUarHoCcTuku. C Lejiblo yBeJIUYeHUs UyB-
CTBUTEJIBHOCTU Y CBOEBPEMEHHOT'O BEIABIIEHUS XPO-
MOCOMHBIX aHOMaJIM 1JIo/ia TpebyeTcs BHeIpeHre
Gosee UYBCTBUTEJIbHBIX METOJIOB AUATHOCTHUKMU.
HUIIT 1o kKpoBW MaTepu ABJIFETCH COBPEMEHHBIM
BapUaHTOM CKPUHUHIA XPOMOCOMHBIX aHOMaauu
y 11oga, 4yBcTBUTeIbHOCTE HUITT 110 BBISABIIEHUIO
HauboJlee YaCThIX TUIIOB AHEYIJIOUUU TOCTUTraeT
96-99% mnpu Cepbe3HOM CHUJKEHWHW YUCJIa JIOKHO-

[IOJIOKUTEJIBHBIX  Pe3yJbTaToB. [IpernMylecTBOM
HUTIT sBnsieTcsd OlleHKA HeoCpecTBeHHO GeTo-
rnaeHTapaon JHK.

Haubosee mepcrneKTUBHBIM B HalpaBIeHUU TIpe-
HaTaJIbHOM [OUWArHOCTUKM HEWHBA3UBHLIM IIpeHa-
TaJIbHBIM MeTOAO0M CKPUHUHTA aHeyIJIOUJUN sB-
JI1eTCsl AUArHOCTUKA [1J1 [IPOMEXKYTOUHOU TPy IIITb
MalMeHToK MO0 pe3yJbTaTaM KOMOWHMPOBAHHOTO
[IpeHaTa/lbHOr0 CKPUHMHTA I[1epBOro TpuUMecTpa.
DTO I'pyIlIla MalueHTOK, Y KOTOPbLIX ITaTOJIOI U 1710~
a2 MOXeT ObITh OOHapyskeHa TOJbKO Oiaromaps
HWIIT.

B omucaHHBIX cCiy4adx IOJyYeHHble [JaHHbIe
CBUMIETENBCTBYIOT 00 YCIelHOM COUeTaHW| paHHe-
ro nmpeHaTtajibHOro ckpuHuHra ¢ HUIIT.
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