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esb ucciaenoBaHua. OleHKa 3PPEKTHBHOCTH YABTPA3BYKOBBIX MapKEpPOB B IHATHOCTHKE

XPOMOCOMHBIX aHOMaAHM y IAO4A, IO pe3yAbTaTaM KOMOMHHPOBAHHOTO IPEHATAALHOTO

ckpuHuHTA B Pecriybanke TaTapcraH 3a nmepuog 2012-2019 rr.

Marepuansr u metonsl. lccaemoBaHue BKAIOYAET PETPOCIEKTHUBHBIN aHAAH3 JAHHEBIX Oe-

PEMEHHBIX, KOTOPBbIE IIPOXOAHMAN KOMOMHHPOBAHHEBIN IpeHATAABHBIH CKPUHHHI Ha CpPOKeE
6epemenHocTH 11-14 Hemeawp 3a mepuox 2012-2019 rr. B Pecnybamke Tarapcran. [lo pesyapraTam
CKpHUHUHra OepeMeHHBIe OBIAH pacCIpefeAeHBbl Ha TIpynnbl BeICOKOro (>1:100), cpemuero (1:100-
1:1000) u Hu3koro (<1:1000) pucka. Bo BTopoM U TpeTbeM TpuUMecCTpe OepeMEeHHOCTHU, IIPU BBISIBAE-
HUU yABTPaA3BYKOBBIX MapKEPOB XPOMOCOMHBIX aHOMaaui (XA), IpOBOAMAOCH MEIUKO-T€HETHYECKOoe
KOHCYABTHPOBAHUE C LIEABI0 OIIpeIeAeHUS HeOOXOQUMOCTH MHBA3UBHOIO METOAA AUATHOCTHUKHU.

Pesysbrartel. 3a ykazaHHbIN nepuon 6b61a0 o6caenoBano 283835 GepeMeHHBIX U OBIAO BBIIBAE-
HO 1143 mA0mOB ¢ XPOMOCOMHBIMU aHOMAAUSMH, U3 HUX CHHApPOM [layHa ObIA AUATHOCTUPOBaH y 624
(54,6%). 13 rpynnb!l cpeqHero U HU3KOrO PHCKAa, BO BTOPOM U TPETHEM TPHMECTPE, a TaKKe ITOCTHAa-
TaABHO OBIAM BBISBAEHEI ele 69 maomoB ¢ XA. U3 Hux 33 caydas ObIAM JUATHOCTHPOBAHBI BO BTOPOM
U TPEThEM TPUMECTPaAX, a y 36 — IOCTHATAABHO.
O6cyxnenue. Hamu pe3yAbTaThl ITIOKA3aAH, YTO COOAIOIEHHE aATOPUTMA YABTPA3BYKOBOM AHATHOCTH-
KH, KOHTPOAbL KadecTBa paboThl CIEIHaANCTOB YABTPA3BYKOBOM AUATHOCTUKH IIPEHATAABHBIX IIEH-
TPOB, PETYASIPHBIH aHaAWU3 AOKHOOTPHUIIATEABHBIX CAyYa€B IT03BOASET ITOBBICUTH YyBCTBUTEABHOCTH U
3pPEKTUBHOCTD AUATHOCTHKH XPOMOCOMHBIX aHOMaAUH y I1Aoaa.
3arkmouyenne. YyBCTBUTEABHOCTh KOMOMHUPOBAHHOTO IIPEHATAABHOTO CKPHUHUHTA 32 HCCAELY-

eMbIl nepuon cocraBuaa 88%, IpU J0AE€ AOKHOOTPHUIIATEABHBIX caAydaeB 12% B IpyIIie CpeaHEro u
HH3KOTO pHCKa. B 3TUX rpynmnax OOIIOAHUTEABHBIE YABTPa3BYKOBBIe uccaenoBaHus Bo II u III Tpu-
MecTpax 0epeMEeHHOCTH MO3BOAWAU BBIIBUTH 47,8% (33 cayuas) cuagpoma JayHa y maogoB. CTPyKTy-
pa IOPOKOB Pa3BHUTHS B 3THUX I'PYIIIax OTMEYAEeTCs PEAKUM COYETAaHHEM HECKOABKHX YABTPa3BYKOBBIX
MapKepOB y OLHOIO IIAOA, 3a49acCTyIO 3TO H30AHUPOBaHHbIE, «MATKHE» YABTPA3ByKOBbIE MapKephl.

KaroueBble caoBa: KOMOMHHPOBAHHBIH ITpeHATAABHBIM CKPUHUHT, cHHApPoM [layHa, sxorpadu-
YeCcKHe MapKepbl aHOMAaAWH I1A0Ia, XPOMOCOMHBIE aHOMAaAHH ITAOA.
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urpose. The evaluation of the effectiveness of ultrasound markers in the diagnosis of fetal

chromosomal abnormalities, based on the results of combined prenatal screening in the

Republic of Tatarstan in 2012-2019.

Materials and methods. The study includes a retrospective analysis of pregnant women
who underwent the combined prenatal screening at 11-14 weeks of pregnancy for the period of 2012-
2019 in the Republic of Tatarstan. According to the result of screening, pregnant women were divid-
ed in groups of high (>1:100), medium (1:100-1:1000) and low (<1:1000) risk. In the second and
third trimesters, when ultrasound markers of abnormalities were detected, a genetic consultation
was carried out in order to determine the need for an invasive diagnostic method. Results. During
this period, 283835 pregnant women were examined, and 1143 fetuses with chromosomal abnormal-
ities were revealed. Down’s syndrome was detected in 624 fetuses (54,6%). From the medium and
low risk group, 69 fetuses with chromosomal abnormalities were detected in the second and third
trimesters and after birth. Of these, 33 cases were diagnosed prenatally, and 36 cases were diag-
nosed in postnatal period.

Discussion. Our results showed that strict keeping of algorithm of ultrasound diagnostics,
quality control of the work of ultrasound specialist of prenatal centers and regular analysis of false-
negative cases can increase the sensitivity and effectiveness of the diagnosis of chromosomal anoma-
lies in the fetus.

Conclusion. The sensitivity of combined prenatal screening during the study period was 88%,
with the proportion of false-negative cases of 12% in the medium and low risk group. In these
groups, additional ultrasound examinations in the II and III trimesters of pregnancy revealed 47.8%
(33 cases) of Down syndrome in fetuses. The structure of malformations in these groups is marked
by rare combination of several ultrasound markers in one fetus, often isolated, "soft" ultrasound
markers.

Keywords: combined prenatal screening, Down’s syndrome, ultrasound markers of fetal ab-
normalities, fetal chromosomal abnormalities.
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ABTPa3ByKOBoe obcaemoBaHMe B pas-
AVWYHBIE CPOKH OE€pPEMEHHOCTH BBITIOA-
HSET ABE€ BaskKHble (DYHKIIUH: AHATHO-
CTHUKa U CKPUHHUHT |1, 2]. B HacTogamiee
BpeMsl KOMOWHHUPOBAHHBIM IIpeHa-
TaAbHBIA CKPHUHHUHI XPOMOCOMHOM ITQTOAOTHH
naoma B 11-14 Hemeab G€peMEHHOCTH SIBASIETCS
«30A0TBIM CTAHAAPTOM» W IIPOBOAUTCH B OOABL-
IIIMHCTBE Pa3BUTHIX cTpaH Mupa [3]. Pecmybau-
ka Tarapcran c guBapd 2012 roxa BcTymmaa B
rOCyapCTBEHHYIO IIpOrpaMMy «IIpeHaTasbHOH
(mopomoBOH) AMATHOCTHUKYA HAPYLIEHUH pPa3BU-
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THa pebeHKa», POAb KOTOPOH —BbIaBAeHME XA U
IIOPOKOB Pa3BHUTHUS IIAOJA Ha PAHHHUX CPOKax
6epemerHoCTH [4]. IIpu YacTOTEe AOKHOIIOAOXKH-
TEeABHBIX PE3yAbTATOB 5%, KOMOWHUPOBAaHHBIN
CKPHHHUHT, BKAIOYAIOIIUN H3MEPEHUE TOAILMNUHBI
BOPOTHUKOBOT'O IIPOCTPAHCTBA, BHU3yaAH3AIIHIO
KOCTeH Hoca Irofa M U3MepPEeHHEe KOHIIEHTpa-
muu PAPP-A u B-XI' B CBIBOPOTKE KPOBU Ma-
TepH, IOTEHIIMAABHO CIIOCOOEH BBIIBUTH OoAee
95% maonmoB ¢ cuHapoMmoM [layHa [5]. Pesyab-
TaTbl MacCOBOTO IE€HTPaAHM30BaHHOI'O IIpeHa-
TaABHOTO CKpHHHUHTA | TpuMecTpa GepeMeHHO-
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CTH, KOTophble Obiam 0000ImeHsl B 2012 roxmy,
IOKa3aAW BBICOKYIO 3(pPEKTHBHOCTD aATOPUTMA
FMF (Fetal Medicine Foundation — ®oun de-
TaABPHOH MemunuHbl) B Pecrybauke Tarapcran
U OTCYyTCTBHE CTATHUCTHYECKH 3HAYUMBIX OTAU-
YUH OT Pe3yAbTAaTOB EBPONEHCKUX MHOI'OLIEH-
TPOBBIX UCCAEIOBAHUH [4].

OpHako ocramTcs IIpobAeMBI B 00AaCTHU
paHHEro BBIIBAEHHS XPOMOCOMHBIX aHOMAaAUWMH,
U, B 4aCTHOCTH, cuHapoMma [ayHa y maoma. B
OOABIIIMHCTBE CAy4YaeB HAAUYHE XPOMOCOMHBIX
nepexkToB y IAOAA MIPOABASIETCH 3Xorpadude-
CKUMH MapKepaMH, CIIEKTP KOTOPBIX O4YeHb
IUpoK. K maHHOMYy CHEKTPY OTHOCATCA KakK
rpyOble CTPYKTYPHBbIE aHOMAAHH, TaK U «MATr-
KHe» axorpaduyeckue MNPH3HAKH, HE OTpaKa-
IOLIMIEeCsT Ha CTPOEHHH OPTraHOB U CHCTEM IIAOAA
[6]. Ecan odeBHAHBIE IIOPOKH Pa3BUTUSA IIaoAa
BO3MOXXHO [OHATHOCTHPOBATH B IIEPBOM TpPHU-
MecTpe OepeMEeHHOCTH, TO OOABIIHMHCTBO aHO-
MaAHH Bce JKe Aerde IOAAIOTCH QUATHOCTUKE
BO BTOPOM U TPEThEM TPHUMECTpPaX, YTO CBA3AHO
C YBEAMYEHHEM pa3MepoB mHaoxa [7].

HecoMHeHHO, IPHOPUTETOM SIBASETCS II0-
BEBIIIIEHHE S(P@PEKTUBHOCTH HMMEHHO [IE€PBOrO
KOMOMHHPOBAHHOIO IIPEHATAABHOTO CKPHHUH-
ra, OJHAKO HCCAEIOBATEASMH y¥Ke [I0Ka3aHo,
YTO YABTPa3BYKOBOE HCCAEOOBaHHE IIAOLA BO
BTOPOM U TPETBEM TPHMECTpax TaK Ke Urpaetr
GOABIIIYyI0O POAL B BBISIBACHHH XPOMOCOMHOM ITa-
Tosorum [8]. B Poccuiickoit denepaniuu coraac-
HO IIpukasy MuHHCTEpCTBa 34paBOOXPaHEHUST
U COILIMAaABHOTO pa3Butusa PP or 3 mekabps
2007 r. N 736 «O0 yTBep:KACHUHN MEPEIHS Me-
OUIIMHCKUX [IOKA3aHUU [OAS UCKYCCTBEHHOTO
IpepbIBaHUdA OEpPEMEHHOCTH» (C U3MEHEHUAMH U
[OIIOAHEeHUaMH oT 27 nekabpa 2011 r.) mo 22-#
reCTAaIlMOHHOM HEOEeAW Y CEMBU €CTb BO3MOXK-
HOCTBb ITPUHHUMATL PEIleHHe O IIpephIBaHUU Oe-
PEMEHHOCTH HPH HAAHMYHU XPOMOCOMHOM aHO-
MaAHU y TIAOJA, MOATBEPKACHHON KApPUOTUIIU-
poBauuem mnaoga. Ilocae 22-i1 Hemeau GepeMeH-
HOCTH, HpPH HeOAATONPUATHOM IIPOTHO3E [OAS
KU3HU IIA0/a, BOIIPOC O IIpephIBaHUU OGepeMeH-
HOCTH pellaeTcd HWHAUBHUAYaABHO Ha IIpeHa-
TaAbHOM KOHCHAWYMe Bpadeit [9)].

CaemoBaTeABbHO, B CAy4YasxX, KOTZa HEBO3-
MOIKHO OBIAO BBIIBUTH XPOMOCOMHBIE aHOMAAUHU
Ha IIeEpBOM KOMOWHHPOBAHHOM IIpEeHATAABHOM
CKPHHUHIE, AUATHOCTUKA XPOMOCOMHBIX aHO-
MaAH¥ y TAOOA [0 POOOB B AIOOOM caydae Io-
MOXKET KOPPEKTHPOBATH TAKTUKY BEOCHUS 3THUX
OepeMeHHBIX, a XKEHIIWHAM I[IPUHUMATh HH-
(opMHUpPOBaAHHOE PEIIeHUE.

B cBa3u ¢ H3A0XKEHHBIM, IIEABIO HACTOH-
LIETO HCCAENOBAHUsS Oblaa OIleHKA 3(P(PeKTHUB-
HOCTH yABTPa3BYKOBBIX MapKEepPOB B BBIIBACHUU
XPOMOCOMHBIX aHOMaAHM y IIao[a II0 pe3yAbTa-
TaM KOMOMHHPOBAHHOTO MIPEHATAABHOTO CKpPH-
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HuHra B Pecnybauke TarapcraH 3a Hepuon
2012-2019 rr.

MarepuaJjibl 1 METOIbI.

B paMkax HacTosIIEro uccaenqoBaHusd ObIA
IIPOBEAEH PETPOCHEKTHUBHBIM aHaAU3 [JaHHBIX
283835 OepeMeHHBIX, KOTOPbIE IIPOXOIUAU
epBBbIH KOMOMHHUPOBAHHBIN ITPEHATAABHBIN
CKPHUHUHI Ha Cpoke OepemeHHoctn 11-14
Heneab ¢ 18.01.2012 mo 17.01.2019 rr. [dau-
Hble OO0pabaThlBaAM M aHaAHU3UpPOBaAu Ha Oase
MEOUKO-TeHEeTHU4YeCKor  KoHcyapTamuu [AY3
«PecriybAMKaHCKag KAWHHYECKad OOABHUIIA»
MunncrepcrBa 3apaBooxpaHeHus: Pecrybanku
Tatapcran. CKpUHHUHTOBOE YABTPa3ByKOBOE HC-
CA€OBaHME IIPOBOAMAOCH Ha araparax 3KC-
IIEPTHOTO yPOBHS. B pamMKax KOMOMHHUPOBAHHO-
IO CKPHUHUHTA OBbIA IPOBEAEH U OMOXUMUYECKUH
aHaAu3 MAaTEpPHUHCKOM KpOBU Ha MapKepHbIe
beaku: B-XI'Y (B-dppakiivg XOPHOHUYECKUI To-
HaOTpOIIMHA dYeaoBeka) u PAPP-A (aHra.
pregnancy-associated plasma protein A — maas-
MEHHBIH 0OeAOK A, acCOIlMHMPOBaHHBLIN C Oepe-
MEHHOCTBIO). [laHHBIe 00pabaThIBAAUCH AaBTO-
MaTHU3UpPOBaHHOM mporpamMmoii Actpaiig (1o
Mmoayasto FMF), mo pesyapTaraM aHaau3a KOTO-
poii GepeMeHHbIe MOTYT OBITH pacIIpeeAeHbl Ha
TPyHIIBI BBICOKOTO M HU3KOTO pHUcKa. bepemeH-
HbIE, Y KOTOPBIX 10 pe3yAbTaTaM pacueTa PHCK
XPOMOCOMHBIX aHOMaau# coctraBasgeT 1:100 u
BBIIIIE, OTHOCATCS K TPYIIII€ BBICOKOT'O PHCKa, U
y OaHHBIX OEpEeMEHHBIX [IOKAa3aHO IIPOBEACHUE
YTOYHSAIONIEH MHBA3WBHOM AUATHOCTUKH (OHOII-
CHUd BOPCHH XOpHOHA). Briaa BbImeseHa TaKiKe
rpyIIa CpemHero pucka, K KOTOPOM OTHOCSTCH
OepeMeHHbBIE C pacyeTHBIM PHUCKOM B IIpoOMe-
kyTKe 1:100-1:1000, B maHHOM TpyIIe cTpate-
THd 10 BEICHUIO OEepPEMEHHBIX OIPEOeAIeTCs
UHAWUBUAYAABHO, C YYE€TOM BCEro KOMIIAEKCa
KAMHHUKO-TIATOAOTHYECKUX [JaHHBIX. Bo BTOpoM
U TpeTheM TpuMecTpe OGepemeHHOCTH y Oepe-
MEHHBIX NaHHOM TI'PYHIBbI IIPOBOAUAWNCEH ITAQHO-
BbI€ YABTPA3BYKOBBIE 00CAEIOBAHUS, U IIPU BbI-
ABACHUU 5XOTrpaduyuecKuX MapKEPOB XPOMO-
COMHBIX aHOMaAWH M IIOPOKOB Pa3BUTHULA IIPO-
BOJIMIAOCH MEIHUKO-TEHETHUYIECKOe KOHCYABTHUPO-
BaHME C LIEABIO YTOYHHAIOIIEH MHBA3WBHOU OHa-
THOCTUKH — aMHHUOIIEHTEe3a HAW KOPIOIlEHTe3a.
IIpu pacuyetrHoM pucke 1:1000 m HuXKe cuuTa-
eTcs, 4T0 ¥ OepeMeHHBIX HU3KHM PHCK IO XPO-
MOCOMHBIM AHOMAAHUSIM MAOAA U OEepPeMEHHOCTH
BeIETCs CTaHAAPTHO, 0e3 KaKUX-AU0O0 JOTIOAHU-
TEABHBIX JUATHOCTHUYECKHUX IIPOLEAYP.

IIpu nmoaTBepxRAECHUMN CHHApoMa [layHa y
aonoB Bo II u Il TpumecTpax GepeMeHHOCTH, a
TaKXKe II0CA€ POXKIAEHHA AeTeH C 3TUM CHHIAPO-
MOM, B KaXKJOM KOHKPETHOM CAy4Yae pPeTpo-
CIIEKTHBHO aHaAHU3UPOBAAWCH HaHHBIE IIO
HabArOeHUI0 OepeMEHHBIX, C HCIIOAB30BaHHEM
apxXyuBa MOaHHBIX VABTPa3BYKOBOTO 06caemoBa-
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Puc. 1. Auarpamma.

CprKTypa BBIABAAEMOCTH XPOMOCOMHBIX aHOMaAUH y
IIAOOOB H Y HOBOPOXIEHHBIX 3a IIE€PHOL Ha6AIOJIeHI/IH
(2012-2019 rr.).

Fig. 1. Diagram.

The structure of the detection of Down’s syndrome in
fetuses and neonates during period of investigation
(2012-2019).

HUS C COXPAHEHHBIMH H300paKeHUIMU U HU3Me-
peHuamu B I TpuMecTpe.

Pesyabrarsr.

I[To pesyapraTaM KOMOMHUPOBAHHOTO
IpEeHATaABHOTO CKPHWHHHTra BbIIBAE€HO 1143
TIIAOZOB C XPOMOCOMHBIMU aHOMAaAHUIMH, U3 KO-
TOpbIX cuHApoM J[ayHa OpiA y 624 1AOOOB
(54,6%).

W3 rpynnbl CpeaHero U HU3KOI'o pHCKa (I10
pe3yAbTaTaM KOMOHHHPOBAHHOTO IIpEeHATaABHO-
ro CKpHHUHTA IIEPBOr0 TPUMECTpPa), BO BTOPOM

U TPeTbeM TPHUMECTPE H I[IOCTHATAABLHO OBIAN
BBISIBA€HBI JOIIOAHUTEABHO 69 IIAOMOB C XPOMO-
COMHBIMU aHOMaAusgMHu. 13 Hux 33 caydasa ObI-
AW OUaTHOCTHUPOBaHbI BO BTOPOM U TPETHEM
TpuMecTpe, a y 36 — roctHaTasbHO. CTpyKTypa
BBISIBASIEMOCTH CHHApoMa JlayHa y IIAOAOB H
HOBOPOKIIEHHBIX B [aHHOM HCCA€JOBaHUU
IIpUBEAEHa Ha pUC. 1, OTKyZa BUIHO, YTO UyB-
CTBUTEABHOCTb AHUATHOCTHUKU cHUHApoMa [layHa
y IAoma BO BpeMsl KOMOMHHPOBAHHOIO ITpeHa-
TaABbHOTO CKpHUHHHra 3a nepuon 2012-2019 rr.
cocraBAgeT 88%. AOKHOOTpULIATEABHbBIE CAyYaU
coctaBAd0T 12% (69 caydaeB), u3 Hux 47,8%
(33 cayuast) mUarHOCTHUPOBAAUCH ITPEHATAABHO
(BO BTOPOM H TpeThEM TpHUMecTpe OepeMeHHO-
cty), ay 52,2% (36 caydaeB) AUarHo3 yCTaHOB-
A€H IIOCTHATAaABHO.

[Ipr yABTPa3BYKOBOM HCCAENOBAHHUH BO
BTOPOM H TpPEeThEM TpHUMecTpax y 33 IIAOAOB
ObIAM BBIIBACHBI PA3AUYHBIE YABTPA3BYKOBBIE
MapKepbl XPOMOCOMHBIX aHOMaAWu#d IIA0fa,
Hanpumep: 24 caydad THUIIONAA3UU HOCOBBIX
KocTed (puc. 2), mopok cepauna — AB kanHaa
(n=4), Terpama Pasro (n=4), AEKCTPAIIO3ULIUL
aopTte! ¢ JIMXKII (n=1), paciieanHa BepxHeH Iy-
ObI U TBepzxoro Heba (n=2), 5 caydaeB aTpe3uu
12-mepcTHOM KHUIIKU (pHC. 3), 3aAepKKa BHYT-
puyTpobHOro pasBUTHUA (nN=5), YKOpOYEHUE
TpyO4aThIX KocTeH (n=6), eqMHCTBEHHAs apre-
pudg IIyIOBUHBI (n=2), OpeHa3aAbHBIM OTEK
(n=6), KocoaamocTb (n=2), 2 cay4dad caHgaase-
BUAHOM IIeAM CTONBI (puc. 4), 4 caydas ITHEAO-
9KTas3um (puc. 5), BEHTPHUKyAOMerasuda (n=3),
KAWMHOOAKTHUAUS (n=2).

Takske cCAENyeT OTMETUTD, YTO CPEOU ITUX
IIAOZOB 3a4YaCTyI0 He OBIAM BBISBA€HBI KOMOH-

Puc. 2 (Fig. 2)

Puc. 3 (Fig. 3)

Puc. 2. ¥Y3U naoaa.

T'umonaasua HOCOBBIX KOCTEM M IIPEHA3aABHBIM OTEK Yy
raona (22 Hemean 6epeMEHHOCTH).

Fig. 2. Fetal ultrasound.

Hypoplasia of nasal bones and prenasal edema of fetus
(22nd gestational week).

Puc. 3. ¥Y3U naoaa.

Atrpe3ua 12-mepCTHOM KHWIIKH y IIAOAA, CHMIITOM
«IBOMHOrO Iy3bIpsh» (20 HexeAb GEPEMEHHOCTH).

Fig. 3. Fetal ulirasound.

Fetal duodenal atresia, sign of a "double-bubble"
(20th gestational week).
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HUPOBAHHBIE IIOPOKH UM MHOXKECTBEHHBIE YAb-
TpPa3BYKOBBbIE MapKephbl, B 9 caydasix BbIIBAE€HBI
AUIIIb «MSTKHE» YABTPA3BYKOBBIE MapKephl Ta-
KHe, KaK THIIONAa3Hsd HOCOBOM KOCTH, IIpeHa-
3aAbHBIM OTEK, €OUHCTBEHHasl apTepHs IIyIlo-
BUHBI, CaHIaA€BUIHAL IIleAb CTOIIBI. B 3 cayua-
X QUATHOCTHKH B TPETbeM TpHUMecTpe Oepe-
MEHHOCTHU OBIAM BBISIBAECHBI: ITO3IHALA 3alepiKKa
BHYTPUYTPOOHOTO pasBuTHd (n=1), acour c
OTEKOM MSTKHX TKaHeH B COYeTaHUH C YKOPO-
4yeHHeM TpyOdaTbIX KocTed (n=1), yKopodeHHe
IIA€YEBOM KOCTH B COYETAaHUHM C THUIIONAa3HeH
Hoca (n=1), 9TO CBUAETEABCTBYET 00 OTCYTCTBUHU
IIOPOKOB pPa3BUTHS IIAO/la M YABTPA3BYKOBBIX
MapKepoOB, BBIIBAIEMBIX Ha PAHHHUX CpoKax Oe-
PEMEHHOCTH.

HecmoTpsa Ha TO, YTO BCE HOBOPOXKIEH-
Hble C CHHApoOMOM JlayHa POAMAHCEH C Xapak-
TEPHBIMHU  (PEHOTHUIIMYECKUMH  I[IPHU3HAKaAMU

BTOPOM TPUMECTpPE KasK/I0e XPOMOCOMHOe 3a00-
A€BaHUE YacTO MMeeT CBOIO0 XapaKTepHYyI0 Kap-
THUHY aHOMaAuil pa3Butud. Hampumep, paga
cuHapoMma [layHa xapaKTepHbI IIOPOKH CEPAIa,
arpe3uss 12-miepcTHOM KHIIIKH, TUIIOIIAA3Us HO-
COBOM KOCTH, yYBEAHWYEHHE TOALIWHBI IIEHHON
CKAQIKH, IIpe€Ha3aAbHBIH OTeK, T'HUIIEPIXOreH-
HBIM KHUIIEYHUK, YKOPO4YeHUe OeIpeHHON U IIAe-
4eBOM KOCTH, CaHOaA€BHAHAas IIEAb CTOIBI U
ruronaasus cpepHeidl cgasanru musuHDa [10].
OmnpeneseHHbIE aHOMaAWMM pPa3BUTHS IIAOLA
IIPOSIBAIIOTCSI TOABKO BO BTOPOM HAU TPETHEM
TpUMeCTpe GEPEMEHHOCTH U, CAEIOBATEABHO, HE
MOTYT OBITH BBIIBAEHBI HA CPOKE OEpeMEeHHOCTHU
11-14 ueneaw [6]. IMEHHO 3TH IAOABI, C HAAH-
YHeM XPOMOCOMHOM aHOMaAWM U OTCYTCTBHEM
VABTPa3BYKOBBIX MapkKepoB I Tpumecrtpa, Imo-
IafaloT B TPYNNbl CPELHEro M HU3KOTO pPHCKa
10 Pe3yAbTaTy KOMOHHHPOBAHHOTO IIPEHATAAB-

Puc. 4 (Fig. 4)

Puc. 5 (Fig. 5)

Puc. 4. Y3U naoaa.
CaggaseBUIHAA IIIEAb CTOIIBI.
Fig. 4. Fetal ultrasound.

Sandal gap deformity of the foot.

Puc. 5. ¥Y3U naoaa.

[IBycTOpOHHAA IHeA0dKTasud (20-a Hemeas GepeMeH-
HOCTH).

Fig. 5. Fetal ultrasound.

Bilateral pyeloectasia (20th gestational week).

(maockuit HpodHAb, MOHTOAOMIHBIA paspes
TAAQ3HBIX IIeAed M T.A.) U OBIAM ITOATBEPKIAECHBI
KapUOTUIIMPOBAHHEM, Y IOAABAAIOUIEN YacTH
(82%) He OBIAO KAaKHX-AHOO CTPYKTYPHBIX aHO-
MaAHM, KOTOpbIe BO3MOXKHO ObIAO OBI OGHApY-
JKHUTH IIyTeM yABTPaA3BYKOBOTO HCCAEIOBAHHS B
IpeHaTaAbHOM Ilepuone. B S5 caydasgax y po-
OUBIINXCH naeTedl ¢ cuHapoMmoMm J[layHa OblAm
nuarHoctupoBanbl BIIP, He mnDopmaronmeca
100% mnpeHaTaanbHOM yABTPa3BYKOBOH MOHATHO-
CTHKe, TaKHe, KaK aTpe3us aHyca U IHIIEeBoAAa
CO CBHILEM, a TaKXKe AePeKT MeXIIpeacepaHoH
neperopoaku. B ocraBmimxca 2 caydadx aua-
THOCTHPOBaHbl MHUHHMAaAbHbIE OAe(EKTbl MeEXK-
JKEAYJOYKOBOU IIEPEropoaku (puc. 0).

OGcy:xnaenue.

[Ipy yABTPa3BYKOBOM HCCAEIOBAHUU BO
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HOT'O CKpUHUHTA [5].

[Ipu mpoBemeHWH aHaAW3a €BPONEHCKUX
JAHHBIX OblAa IIpEeOAOKEHa OIlEHKa IIOCT-
CKPHHHHIOBBIX PHUCKOB Oad cHHApoMa JlayHa,
OCHOBaHHad Ha YABTPA3BYKOBBIX MapKepax BO
II tpumectpe. B pesyabraTe OBIAO BBIIBAEHO,
9TO IIPH IIPOBEACHHNHU CHUCTEMATHYECKOI'O YAb-
TPa3BYKOBOTO OOCA€ZOBAHUS BO BTOPOM TpPHU-
MECTpPEe U OTCYTCTBHHU IIOPOKOB U MapKepOB
XPOMOCOMHBIX aHOMaAI/Iﬁ, PUCK HaAU4dud CHH-
npoma [layHa cHuXKaerca B 7,7 pa3, OTHAKO
OpH BBIABACHHH, HaIpHUMeEp, TaKHUX 3XO-
MapKepoB, KaK BEHTPHUKYAOMETAAHS, yBEAHYE-
HHE TOAIIIMHBI INNeMHOM crkaaaku wuam AIIITA
(abeppanTHO# HPaBOH IIOAKAIOYHYHOM apre-
puM), PUCK Bo3pacTaeT B 3-4 pasa, a IpPU BBI-
ABACHHUU THUIIONAAQ3UH HOCOBBIX KOCTEH PHCK
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ATpesua nuiuesoaa
CO cBuLLem; 1

Nedekt
MexnpeacepaHon
neperopoaxu; 2

ATtpe3wua aHyca; 2

Hedext
MENGKENY LOYKOBOH
Neperopoiku; 2

Puc. 6 (Fig. 6)

Puc. 6. Auarpamma.

CHUHAPOM Z[ayHa OBbIA BBISIBAEH ITOCAE POXAOECHUI.

Fig. 6. Diagram.

Down’s syndrome was diagnosed after birth.

CTpyKTypa aHOMaAWu¥ y HOBOPOXKIEHHBIX, ¥ KOTOPBIX

The structure of birth defects in neonates in which

BOo3pacraetr B 6-7 pas [11].

B pesyabTare maHHOTO PETPOCIEKTHBHOTO
aHaAM3a BCEX CAy4YaeB XPOMOCOMHBIX aHOMa-
AWM, He BBISBAEHHBIX B XOJle KOMOWHUPOBAHHO-
ro IIpeHaTaAbHOIO CKpPHHHUHTra | TpuMmecTpa 3a
nepuox 18.01.2012 - 17.01.2019 rr., oka3za-
AOCBH, YTO pe3yAbTaT IOoIlaaHUud OepeMeHHBIX B
TPYIIIBI CPeOHEro WM HHU3KOIO PHUCKa CBA3aH C
OTCYTCTBHEM 3xXorpadUiuecKux MapkKepoB — 23
caygas (33,3%), OMOXUMHUYECKUX MapKepoB — 6
caygaeB (8,7%), ODHOBPEMEHHOE OTCyTCTBUE
YABTPa3BYKOBBIX U OHOXMMHYECKUX MapKepoB —
26 caydaeB (37,6%), HecobameHHe BpadaMH
aaropurma auarHoctuku FMF — B 14 cayuasax
(20,3%).

CpaBHUBas IIOAYYEHHBIE pPE3yABTATBI C
JOaHHBIMH TPYIIILI €BPOIIeHCKUX yueHbIX (Huko-
Aauec U Op.), YBUOAUM, YTO y HHUX IIPU PETPO-
CIIEKTHBHOM aHaAM3€ XPOMOCOMHBIX aHOMAaAHH,
BBISIBAEHHBIX aHTe- U IIOCTHATaAbHO U3 332 Au-
arHOCTHUPOBAHHBIX CAy4YaeB aHeymaounmu, 11
ObIAM BbIIBAEHEBI Itocae 20-i Hemean OepeMeH-
HOcTH. Y Bcex 11 maAomoB 1o pe3yabTaTaM
CKpHHUHra 1 TpHMecTpa WHAWBHUIYAABHBIH
PHCK OBbIA HH3KHH, HO TaK KaK y IIAOLOB ObIAU
BBISIBAEHBI pa3Au4YHbIe ITOPOKU B 20-24 Hemeau
(n=10) u 3amepkKa BHYTPUYTPOOHOTO pa3BUTHUSI
B 3 TpumecTpe (n=1), ObIAM IOKa3aHUS K MPO-
BEIEHHUI0 aMHUOIleHTe3a. ABTOPHI yKa3bIBAIOT,
4TO Yy AAHHBIX ITAOLOB IIpy momoinu Y3U Opianu
BBISIBACHBI CAEAVIOIIHE AHOMAAHHU: BEHTPUKY-
AOMeTaAusd (n=2), TUIIONIAA3Us MO3XKedKa (n=2),
pacuieanHa auna (n=3), MUKporHatus (n=2),
IIOPOKU cepana (n==8), moBbIIIIEHNE 9XOTeHHOCTHU
nodyek (n=2), arpe3us 12-IepCTHON KHIIIKHU
(n=1), anmaa3ug ayueBod Koctu (n=1) u apyrue
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nopoku (n=5). B 10 cayyagax guarHo3 aHEyIIAO-
uauu OBIA IIOCTABAEH IIOCTHATAABHO. MHOWBU-
OyaAbHBIH PHUCK B IIEPBOM TpHUMeCTpe ObIA HU3-
KUH y 5 OepeMeHHBIX U BBICOKUM — y OCTaABHBIX
5, HO IIoCA€MHUE OTKAa3aAUCh OT KapHOTUIIHPO-
BaHUdA. Bo BTOpoM TpuMmecTpe B 1 caydae Obla
BBEIIBACH [e(PeKT MEeXKIKEAyNOYKOBOH IIepero-
poaKH, HO B 9 caydyadgx 5Xo-MapKepbl OTCYyT-
CTBOBaAH [0].

[To pesyabTaTaM OaHHOTO HCCAEIOBAHUSI,
y BCEX IMAOJOB C CHHApoMOM JlayHa TIpyIIbI
CpeqHero M HU3KOrO pHUCKa Ha IIepBOM IIpeHa-
TaAbHOM CKPHUHHHIE BH3yaAU3UpPOBaAach HOCO-
Bas KOCTb, a Bo II u Il TpumecTpax oTMedasach
eé TuIoNAa3ud. YYUThbIBAd AAHHBIE PETPOCIIEK-
TUBHOTO aHAaAN3a, CAELyeT OTMETUTH, YTO Heob-
XOAuMO 0Ooaee TIIATEeABHO IOAXOOHUTH K OLIEHKE
HOCOBOM KOCTH B | TpuMmecTpe, 00g3aTEABHO
OLIEHUBaTh 4YeTbIpeXKaMEpPHBIM cpe3 cepala u
ero ocb. OgHAKO, KaK U B CAydasX C U3MEpPEeHU-
€M BOPOTHHUKOBOI'O IIPOCTpPaHCTBa y maoga B 1
TPUMECTpPE, BasKHO, YTOOBI T€, KTO BBIIIOAHSIET
obcaemoBaHUE BO 2 TPHUMECTPE IMOAYYHAH COOT-
BETCTBYIOIYIO IIOATOTOBKY, a TaK¥XKe IIPeno-
CTaBASIA CBOM PE3YABTATBI PETYASPHOMY ayau-
Ty [12].

B cBs13u co BceM BBIIIEyKa3aHHBIM, KOH-
TPOAb KadecTBa paboThl Bpadeld yABTPaA3BYKO-
BOM AUATHOCTHUKH IIpeHaTaAbHBIX IIEHTPOB, pe-
TVASIPHBINA  PETPOCIIEKTHUBHBIN aHaAHU3 BCEX
AOXKHOOTPHUIIATEABHBIX CAyYaeB IIOBBINIAET 3d-
PEeKTUBHOCTE MOHUATHOCTHUKU CHUHApoMma J[layHa
IpeHaTaabHO. [IpM 5TOM CyIIECTBYIOT cAydau
cungpoma J[fayna (mo S5%), KoTOpble IIO-
IpeKHeMy He OyayT BBISIBAATHECA HH B | Tpu-
MecTpe, HU B 6oaee mO3OHUE CPOKH OepeMeHHO-
CTH, B CB{3U C OTCYTCTBHEM YVABTPA3BYKOBBIX U
OMOXUMHUIECKHUX MAPKEPOB.

3akamouenue.

KomOuHupOBaHHBIH IIpEHaTAABHBIN
CKPUHUHT | TpuMecTpa MO3BOASIET OOHAPYKUTH
0 90% Bcex caydaeB XPOMOCOMHBIX aHOMaAWUH
y TAoda, a YABTPa3sBYKOBOE HCCAEIOBAHUE BO
BTOPOM U TPETbEM TPHUMECTpax, IpPHU cobArome-
HUU BBIIIEYKA3aHHOTO aATOPUTMA, II03BOASET
BBISIBUTH JOIIOAHUTEABHO M0 5% AOXKHOOTpHIIA-
TEABHBIX CAYyYaeB XPOMOCOMHBIX aHOMAaAWH.

Anaam3 TOAYYEHHBIX [JAHHBIX IIOKa3aa,
4T0 y 5% IAOAOB C cHHApPOMOM /[layHa B T'pyIIIle
CpeqHEero W HU3KOTO PHUCKa OTCYTCTBYIOT IIOPO-
KU Pa3BHUTHs, B CBSI3H C YeM, He ObIAU BBISIBAE-
HBI YABTPA3BYKOBbIE MapKepbl BO BTOPOM U
TpeTheM TpUMecTpe 6epeMEeHHOCTH.

Ucrounuxk ¢dunancupopanuss u KOH-
¢daukT MHTEPECOB.

ABTOpPBI JAHHOU CTaThU IOATBEPAHAH OT-
CyTCTBHE (PHMHAHCOBOH ITOAMAEPKKH HCCAEIOBA-
HHUS U KOH(AUKTA HHTEPECOB, 0 KOTOPLIX HE00-
XOIHUMO COOOILIUTD.
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