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CuHOpom mpucomuu XxpomMocombi 21 — C/I0XKHOCMU NpeHamasnabHoli dUazHOCMUKU

Bacunbes I.C., 3apeukas H.B., bapkoB U.10., KapeTHukoBa H.A.

OrBY HauroHanbHbI MefULMHCKIN UCCIeA0BATENbCKUI LIEHTP aKyLLepCTBa, MHEKONOMMN U NePUHATONOM K MMeHW akagemuka B./. Kynakosa
MwuH3gpasa Poccun
117997, r. MockBa, Poccus, yn. Akagemnka Onapuna, a. 4

CMHLPOM TPUCOMUM XPOMOCOMbI 21 — OfiHa M3 CaMblX YaCTbIX XPOMOCOMHbIX 60ne3Hei. BaxHyio posib B fUArHOCTMKE TPUCOMUM
XpoMocoMbl 21 nioAa 1 HOBOPOXKAEHHOIO NrpatoT NpeHaTasbHble Mporpammbl. Kaxablii 13 3TanoB npeHaTanbHOro obcnefoBaHnA
MMeeT CBOW OrpaHnyeHmns. [laHHas paboTa [eMOHCTPUPYET CIOKHOCTY AMAarHOCTUKI C UCTIONIb30BaHNEM KOMOVIHVPOBAHHOTO CKPVHIMHT
1 TpuMecTpa, HerHBa3MBHOro NpeHatanbHoro [IHK-ckpuHuHra aHeynnougun (HUMC), nHBasnBHOWM NnpeHaTtanbHOM gnarHoctukm (UMA).
lpoaHanusnpoBaHa MeanLMHCKaA JOKYMeHTaumna 29 geTen ¢ yCTaHOBIEHHOM TpUcoMMen Xpomocombl 21. CKpUHUHT 1 TpumecTpa
nposefeH B 25 cnyyanx, BbICOKNA puck BbiasieH ana 13 nnogos. HAMNC nposefeH B 10 cnyyanx, BbICOKUA PUCK BbIAABAIEH B 9 CilyYasX.
Y3 npusHaky NOPOKOB MNoAa BbiIABNANUCH B 24 cnyyasx. UM npoefeHa B 8 cnyyanx, cpem HUX TPUCOMUA XPOMOCOMbI 21 He BbifiBIeHa
B 3-X LUTOreHeTNYEeCKMM METOLOM B 06pasLie BOPCKH XOproHa. Taknum o6pa3om, Hanbonee nHGopmaTuBHbIM meTofom asunca HAMC.
TpebyeTca onTMM3aLMA NCMONb30BaHKA 1aboPaTOPHbIX METOAOB 11 CPOKOB NPOBEAEHNA HBA3UBHON ANArHOCTUKN.

Kniouesble cnoBa: CKPWUHWHI 1 TPUMECTPa, HWMNC, nHea3umBHas npeHaTtanbHaA ANarHOCTUKa.
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Trisomy 21 Syndrome - Challenges of Prenatal Diagnosis
Vasiliev G.S., Zaretskaya N.V., Barkov l.Yu., Karetnikova N.A.

National Medical Research Center for Obstetrics, Gynecology and Perinatology named after Academician V.I.Kulakov
4, Oparina st., Moscow, 117997, Russian Federation

The trisomy 21 syndrome is one of the most common chromosomal diseases. Prenatal testing play an important role in diagnosing
trisomy 21. Each stage of prenatal screening has its own limitations. This work demonstrates the challenges of diagnosis using first
trimester screening, noninvasive prenatal test (NIPT), and invasive prenatal testing (IPT). The medical documentation of 29 children with
diagnosed trisomy 21 was analyzed. First-trimester screening was conducted in 25 cases, with a high risk identified for 13 fetuses. NIPT
was conducted in 10 cases, and high risk was identified in 9 cases. Ultrasound signs of fetal defects were detected in 24 cases. IPT was
performed in 8 cases, and in three of them, trisomy 21 was not detected using the cytogenetic method on a chorionic villus sample. Thus,
the most informative method was NIPT. Optimization of the use of laboratory methods and the timing of invasive diagnostics is required.
Keywords: first trimester screening, NIPT, invasive prenatal testing.
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BRIEF REPORT

€CMOTpsI Ha [UTUTEJIbHOCTh U3YYEHUSI XPOMOCOM-
HBIX 3a00JI€BaHUIi, CPEIHSIS YaCTOTa POXKICHMS
JIETeil ¢ TpUCOMUE XpOMOCOMBI 21 ocTaercs no-
CTaTOYHO BhICOKOI: 3a mepuoa 2011-2017 r.r. B peruoHax
P® ona cocrasmia 8,27 Ha 10 000 poxxmenwii [1].

Ienbto HacTosIIIEl pabOTHI CTAJIO U3YYEHHUE MPOTHO-
CTUYECKOM 3HAYMMOCTU HEMHBA3MBHBIX Y MHBa3MBHBIX
METOJIOB IIpeHATAJIbHOM JUArHOCTUKY TPUCOMMH XPOMO-
coMblI 21.

ITpoaHanu3upoBaHa MeIUIIMHCKAST JOKYMEHTAIIUS
29 neteit ¢ yCTaHOBJIEHHON TPUCOMUEH XPOMOCOMBI 21.

Bepemennnie moctynuiu Ha poasl B ®I'BY HMUII
ATTI um. B.U.KynakoBa MuHuCcTepCTBa 3IpaBOOXpaHe-
Hust Poccun u3 pasHbix peruoHoB P® B niepuon ¢ ssHBapst
2024 o mapt 2025 1.

Bospact xenmmH coctaBui: 18—35 (24,1%) nery 7
u 35—45 nety 22-x.

CkpunuHr | TpuMecTpa 6epemerHHocTH B 4 (13,8%)
HabmoaeHusIX He TipoBeneH — I rpynna. Bece 6epeMeHHbIe
u3 | rpynibl 6bUM B Bo3pacTe crapiie 35 aeT. B 12 ciyya-
SIX PUCK 10 UTOraM CKpUHMHTa O0bLT HU3KUit — 11 rpynma,
13 HUX 4 OepeMeHHBIX B Bo3pacTe 10 35 et u 8 (66,6%)
cTaplIllero pernpoaykKTuBHoro Bo3pacra. B 13 ciyyasx pac-
YETHBIN prcK ObLT Beicokuii — 111 rpymima, u3 Hux Tpoe oe-
peMeHHBIX (23%) ObUIM B Bo3pacTe 10 35 JieT.

B nocnenyomnem npoaHaau3upoOBaHbl pe3yIbTaThl
(HUIIC), ynpTpa3ByKoBbIX uccaenoBanuii (Y3U1), nuusa-
3UBHOI TipeHaTajlbHOI auarHocTuku (MIT/T).

B I rpynine HUTIC, BoInoJHEHHBIH B 2 HAOIIONEHUSIX,
BBISIBUJI BBICOKMI PUCK TPUCOMHUM XPOMOCOMBI 21;
Bo Il rpynme HUIIC B 1 ciyyae 13 Tpex NpoBeIeHHbIX BbI-
SIBUJT HU3KUI PUCK TPUCOMUM XpOMOCOMBI 21, B 2 ciyvasx
— Bbicokuii; B III rpynne HUTIC, BbIMOMHEHHBIN B TISITH
HaOJIIOIEHUSIX, BBISIBUJ BHICOKUIA PUCK TPUCOMUU XPO-
MOCOMBI 21.

ITo pesyavraTtam Y3U mioga orMedeHo, 4To y 24 1j10-
noB (82,7%) uMenuch BPOXKICHHBIC TTOPOKU Pa3BUTHS
(BITP) mpeumyniectseHHoO cepana. Cpoku 6epeMeHHOCTH
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IIPY 3TOM COOTBETCTBOBaNIU: 14 Hemeab — 1, 16 Hemenb —
1, 19-22 Henenu — 11; 6onee 22 Heaenb — 11.

B I rpynne BIIP BbeigBAeHBI B 3 ciyudasix
u3 4. Bo Il rpyninie BITP BoisiBiieHbl B 8 ciaydyasx u3 12.
B 111 rpyninie BITP BbIsIBIEHBI y BCEX TJIOA0B.

WIIA B I rpymimie npenyioxkeHa B 3 Ha0monaeHusIx (75%);
BBITTOJIHEHA B OTHOM U TIOATBEPKAeHA TPUCOMMSI 10 XPO-
MocoMme 21. Bo I rpynine UTTJI ipenjioskeHa 6 JKeHIIMHAM
(50%); BbIMONIHEHA OMHOM M MOATBEPKAEHA TPUCOMMUSI
o xpomocome 21. B III rpynne MUITJI 6bi1a npeaioxeHa
B 13 cayuasx (100%); BbInoIHEHa B 6, B TpeX IMOATBEPXK-
JIEHO HaJIM4yre TPUCOMMHU I10 XpoMocoMe 21, B Tpex Xpo-
MOCOMHasi aHOMaJIusl He OOHapyXeHa IIUTOTeHETUYECKUM
METOIOM.

ITo naHHBIM CKPpUHMHTA 1 TPUMECTpa BHICOKUIA PUCK
TPUCOMUHU YCTaHOBJIEH Y 13 13 25 (52%) nmaueHToB ¢ TpU-
coMuei XxpoMocoMbI 21.

HMUIIC BeistBun BeicOKMit prcK Y 9 13 10 (90%) naum-
€HTOB C TPUCOMUEN XPOMOCOMBI 21, KOTOPBIM IPOBOIM-
JIOCh 3TO MCCJIeIOBaHUE.

BITP no Y3U BrIsiBeHBI B 24 HaOmoneHusX (82,7%).

ITpu UTIM B Tpex HabmoneHusx u3 8 (37,5%), B Ko-
TOPBIX ITPOBOIMUIOCH UCCIEIOBAHUE, TPUCOMMSI XPOMO-
cOoMbI 21 He BbISIBJIEHA.
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