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YAbTPa3ByKOBbl€ MapKepbl
XPOMOCOMHbIX aHOMAaAMH TAOAa

B 11-14 Hea OepemeHHOCTH

M MX 3HaA4YeHHe B 310Xy COBPEMEHHbIX
reHeTHYeCcKMX MCCACAOBaHMH
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1@I'BOY BO “Mockosckuil zocydapcmeeHH oLl YyHU8epcumen uMeHu
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3 Meduuunckuil HayuHo-o0pa3osamenviblii yenmp PI'BOY BO “Mockosckuil
2ocydapcmeenHbLll yHugepcumem umenu M.B. Jlomornocosa”; 119192 Mocksa,
Jlomornocosckuii npocnexkm, 27, k. 10, Poccuiickas @edepayus

Cpednuil 6o3pacm HEHU,UHbL HA MOMEHM
poxcOlerHus nepgozo pebenka npodoaxcaem yae-
AULUBAMBCA, YMO NOBbLULAEM PUCK XPOMO-
COMHULX AHOMAAUL Y naoda. B yemanosien-
Hom IIpurasom Née 1130n M3 PP npomorxone
ckpuHuHea 8 11—14 Hed GepemeHHOCMU OUe-
HUBAIOMCA MaKue Yyibmpas3syKosvle MapKepbl
XPOMOCOMHOIL NAMONOZUL, KAK MOJLUWUHA 80-
POMHUK0B8020 NPOCMPAHCMEA, BUIYALUIAULSL
HOC080U KOCMU, NYAbCAUUOHHBLIL UHOCKC 8
6€HO3HOM NPOmMoKe, MpurKycnudanbHas pe-
2ypeumayus, 1acmoma cepievnvlx CoOKpauie-
Huil. Takxaxce Hapacmaem 3HAYUMOCMb U He-
UHBA3UBHO20 NPEHAMAJLLHOZ0 MeCMUPOSAHUS
(HUIIT ) 6 paHHell npeHamarvbHOlU OUazHO-

cmuke HauboJiee pacnpocmpaHeHHbLX XPOMO-
COMHBLX AHOMANULL, @ UMEHHO mpucomuil 21,
18, 13, monocomuu XO. Bmecme ¢ mem MHO20-
YUCJIeHHble NpOoYUe HAPYULeHUS KAPUOMUNA
naoda mawice MOHCHO 3anodo3pums npu Y3H
8 11-14 Hed Ha OCHOBAHUU BblABJEHUS PAOaA
Opyzux yavmpas3eyKosvlx npu3naxkos. B dan-
HOU nYOLUKAUUU HAMU NnpPogedeH AHAAU3
aumepamypsl, NOCBAULEHHOU NOucky 00noJ-
HUMEeNLbHbLX YAbMPA3EYKOBbLX MAPKEPOs
pasniuyrnblx Kak 00Jee, maK U MeHee pacnpo-
CMPAHEHHLLX  XPOMOCOMHBLLX  AHOMAAUL.
Paccmompenv. namonozuueckue u3meHeHus,
a makie 0CO0eHHOCMU AHAMOMUU naoda
U 6Hens0008vlx cmpykmyp 6 I mpumecmpe,
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KOmopbvle MozU Obl UCTIONL30BAMBCS 8 Kaye-
cmee 00NONHUMENLbHLLX YJLbMPA38YKOBbLX
MaPKepPos XpoMOCOMHOU NAMOJLOZUL CO CTMOPO-
HblL UeHMPAJLbHOU HEePEHOU CUCmeMbl U 20J0-
8bl, cepduya u cocydos, Moue8bLOes UM esbHOl
cucmemul, Op2aH08 OPIOULHOL Nos0CMU, CKele-
ma naoda, a makxjice nNAAYEeHmMyvl, NYNOGUHYL,
amHuomuyeckux ooonovex. Hecmompsa Ha
npumenenue HUIIT, 8 mom wucse ezo pacuiu-
PeHHbLX naHesell, coOXpaHsemcs Heo0xo0u-
MOCMb 8 UCnonb3o8aHuu Y3HU 0as onpedee-
HUs MapkKepos 0OoJiee pedKux, HO He MeHee
SHAYUMBLYX XPOMOCOMHBLX NAMONLOZULL, MAKUX
KaK mpunniouduu, mo3auirbvle QOpmvlL mpPuco-
MUil, peOKue aymocoMHble MPUCOMUU, OYNJU-
Kauuu u deseyuul.

Kntouesvle cnosa: axyuiepcmeao u 2uHeKo-
J02UsL; NPEeHAMALbHASL OUAZHOCTMUKA; YLbMPa-
38yK06asa O0UAZHOCMUKQA; XPOMOCOMHbLE AHO-
manruu; HHUIIT; npeHamaivHblilt CKPUHUHE;
YAbmpa38yKosvle MapKepsl

Kongaukm unmepecog: asmopuvl 3a:6./s-
fom 06 omcymcmaeuu KOHMIUKMAa UHmepecos.

Humupoeanue: Bynranosa M.M., Cmup-
Hosa /[.C., Ilanuna O.B. Yavmpassyrogvle
MapKepvl. XPOMOCOMHbBLX GAHOMAAUL nNL00a
6 11-14 Hed OepemenHOCMU U UX 3HAYEHUE
6 9N0XY COBPEeMEHHBLX 2eHeMUULeCKUX UCCJLe-
dosanuil. Yavmpa3eykosas U (YHKUUOHALb-
Has JuazHocmuka. 2023; 3: 67-95. htips://
doi.org/ 10.24835/1607-0771-20283-3-6 7-95

BBEJIEHUE

He BrI3BIBAaET COMHEHU, UTO OJHA U3 BaXK-
HeHImuMX 3a7au aKyIIepcTBa 1 IepruHaTAJIbHOMN
YIABTPA3BYKOBOM MUArHOCTUKU — 5TO POMKIe-
HUe 30pOoBOro pebeHka. B pamkax okasaHusa
MeIUIIMHCKOI oMol OyayIneil MmaTepu Iie-
pen BpauoM CTOUT HEOOXOAUMOCTH BBLIABUTH
BPOJKJIEHHBIe 3a00JIeBaHUA U IOPOKU Pas3BU-
THUS, B YACTHOCTHM XPOMOCOMHBIE aHOMAaJIUU
y mwaoga.

B nacrosmiee BpeMa 1ocToBEpHO M3BECTHO,
YTO OJJHUM U3 BasKHBIX (paKTOPOB, BIUSIOIINX
Ha YaCTOTYy BCTPEYaeMOCTH aHeYyILJIOUANI, AB-
aserca Bodpact martepu [1]. Ilo mamHBIM
Poccrara 3a 2021 r. B Poccuiickoit @enepaiun
B HACTOsIIlee BpeMsdA OTMeUaeTcsa TEeHAeHITNA K
TOBBIIIIEHUIO BO3pAcTa KEHIIIMHLI HA MOMEHT
IIePBBIX POJIOB, UTO B CBOIO OUepelb YBEJIUYN-
BAeT PUCK POKAeHUA pebeHKa ¢ XpPOMOCOMHOI
naroJjiorueii [ 2].

Hannume xpoMOCOMHBIX abeppanuii y mio-
la HeTaTUBHO CKa3bIBAETCA HA TeUeHUU Oepe-
MEHHOCTU U IlepUHATAJbHBIX UCX0JaX, & TaAK-
JKe Ha IIPOTHOo3e AJA OyayIneii sKU3HU U 3[0-
pPOBbsA pebeHKa, 4TO 00YCJIOBIUBAET aKTyaJ b-
HOCTH COBEPIIEHCTBOBAHUA METOAUK IIpeHa-
TaJbHOTO CKpuHUHTa [1].

B nameit crpane Ilpunoxenuem Ne7 Ilpu-
kaza M3 P® Ne 1130u ot 20.10.2020 yTBepK-
JIeH TpOTOKOJ cKpuHuHTra B 11—14 Hepn Gepe-
MEHHOCTH, B KOTOPOM C ITeJIbI0 PaHHel auar-
HOCTHUKU XPOMOCOMHOI IIaTOJOTUM ILJIOJA
OIIeHMBAIOTCA CJIEAYIOIINE YJIbTPa3BYKOBBIE
nmapaMeTphl: TOJIIMHA BOPOTHUKOBOI'O IIPO-
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CTPaAHCTBa, BU3yaJu3alus HOCOBOH KOCTH,
MyJbCAIlMOHHBIA MHAEKC B BEHOBHOM ITPOTO-
Ke, HaJIM4YMe TPUKYCIHUIAJIbHON peryprura-
U1, YacTOTa CEePAEeUYHBIX coKparleHui [3].
BrlmenepeuncieHHbIE YIBTPAa3ByKOBbIE Map-
Kepbl IIOMOTAIOT OIPEJeSUTh IIOBBLIIIEHUE
puckKa TaKux Hambojiee PacIpoCTPaHEHHBIX
XPOMOCOMHBIX aHOMAaJHUH, KaK TPUCOMUS
21, 13 u 18-11 xpoMocoM (¢ MCIOJIH30BaHUEM
IIPOrPaMMHOTO O0ecleueHns AJIA OIleHKU PU-
cka) [4].

BwMmecTe ¢ TeM B JOCTYIIHOIT HAM JIUTEPATYyPE
MMeIOTCA JaHHbIe O TPOYUX MHOTOUUCIEHHBIX
0COOEHHOCTSAX YJIBTPAa3BYKOBOT'O N300paKeH !
IJI0/Ia ¥ BHEILJIOAOBBIX CTPYKTYD IPHU YJIbTPa-
3ByKoBOoM mcciaenoBanuu (Y3U) B 11-14 Hep,
0epeMeHHOCTH, KOTOPbIE TaKiKe MOTYT OBbITh
HUCIIOJB30BaHbl B KaUueCcTBe MapKEpPOB Pas3Iud-
HBIX TeHETUUYECKUX OTKJIOHEHUI Y ILJI0A.

OgHUM W3 TEePCHeKTUBHBIX HaIpaBJIEHUN
TIOBBINIIEHUA TOUYHOCTU NUATHOCTUKU T€HETH-
YeCKUX aHOMAJUH IJIOAA ABJIAETCA FeHeTHuue-
ckuit ananus BHeKJeTouHOU [JJHK nmoga — He-
MHBAa3WBHOE IIpeHaTaJbHOE TeCTUPOBaHUE.
TaksKke IpU TOM, YTO YK€ JaBHO HUCIOJB3YIOT-
ca (payopecreHTHass rudpugmsanus in Ssitu
(FISH), muTroreHeTm4yecKoe WUCCJIeLOBaAHUE
(kapuoTun 1maoza), Bce OOJIbIlIee 3HAUEHUE
mpuoOpeTaT TaKue TEeCThbl, KaK XPOMOCOM-
HBIN MUKpoMaTpuuHbIi anaaus (XMA), mos-
HorenomMHoe (WGS) 1 mOITHO9K30MHOE CEeKBe-
Huposauue (WES).

Ha ocHOBaHUM BBINIEU3T0KEHHOTO IEJTHIO
HaIero 063opa cTaJj IMouCK BOSMOKHBIX YJIbT-
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Pa3BYKOBBIX MAapKEpPOB, KOTOPHIE MOIJIU OBbI
HUCIOJIb30BATHCA HE TOJNBKO [JIA AUATHOCTUKU
“OCHOBHBIX” HApYIIEHUHN Kapuotumna (Tpuco-
musa 21, 13, 18), HO u APYTUX XPOMOCOMHBIX
aHoMaJuil, peske BCTPEUAIOUIUXCA B IPaKTU-
Ke, HO BMeCTe C TeM MUMeIIIUX BasKHOe KJIU-
HUYecKoe 3HaUeHUe.

B cBasu ¢ mmpoKuM pasHOOOpasmeM OIIy-
CaHHBIX Ha JAHHBIA MOMEHT B JIUTepaType
HUCIIO0JIb3YEeMBIX 1 IOTEHIIUAIBHBIX VIbTPA3BY-
KOBBIX MapKepOB XPOMOCOMHBIX aHOMAaJMi
MBI COUJIM IIeJIeCOOOPAsHBIM paccMaTPUBATH
UX IO OTAEeJbHBIM OpraHaM U CUCTeMaM, a TaK-
JKe OTJeJIbHO PAacCMOTPETH POJIb OMoxmMuye-
CKUX MapKepoB U I'eHETUYECKOT'0 TeCTUPOBAa-
HUSA.

ToanmHa BOPOTHHKOBOTO IIPOCTPAHCTBA

IlepBrIM U HamboJee MBYUYEHHBIM U3 BHE[-
PEHHBIX B NIpeHATAJbHBIA CKPUHUHT MapKe-
POB XPOMOCOMHBIX aHOMAJIUI ABJIAETCA TOJ-
mrHa BOpPOTHUKOBOTO mpoctpanctBa (TBII).
TBII npencraBaser coboii CKOIJIEHUE B IIOX-
KOJKHOM IIPOCTPAHCTBE IeU KUAKOCTU (JI0-
KaJIbHBIA OTEK).

IlepponauanbHO wHCCIENOBaHUE CTENEHU
yBenuuenusa TBII OblIo OpHMEHTMPOBAHO HA
BBISIBJIEHNE B3aWMOCBA3U [TaHHOTO MapKepa
¢ cuaapomMom JlayHa m OBLIO HOKasaHO, UTO
yBesnnuenue TBII 6osiee 3,5 MM accormmupona-
HO C HajJmuueM y Iioga Tpucomuu mo 21-i
xpomocome [5]. ITosamee ObLIO OOHAPYKEHO,
yro yBenunueHue TBII mo3BosseT BHIABUTH He
TOJIBKO Tpucommio mo 21-i1, Ho u mo 18-i mu
13-i1 xpomocoMam, a Takske mMoHocoMmuio XO
(curgpom IllepmieBckoro—TepHepa), cuHIAPOM
Hynau u nmanapudecKyo Tpumonauio [6, 7].
Crnenyer yYUTBHIBATH, YTO Ba)KHBIM acIIeKTOM
B UCIIOJIb30BAHUY JAHHOTO MapKepa ABJISAETCA
TpebyeMbIii BBICOKUI YpPOBEHb HAaBBIKA €T0
ompenesieHA. VIMEHHO B CATUTTAJIbHOI O3U-
UM ¥ TIPU OPABUJIBHOM BBIBEIEHUU IIJIOCKO-
CTU C€UEHUA BOBMOXKHO TouHO usmeputs TBII,
YTO, B CBOIO OUEPEeb, IIO3BOJIUT IIPEIIIOJIOKUTD
He TOJBKO caM (PaKT HAJIUUYMA XPOMOCOMHOM
aHOMAaJIUU, HO ¥ MHOT/Ia KOHKPEeTHBIN ee Bapu-
aHT B 3aBUCUMOCTHU OT CTEIIeHU yBEeJIUUYEeHU
ronmuHebl: aasa tpucomuu 18 TBII moxxeT co-
CTaBJATH OO0 5,5 MM, mjgsa Tpucomuum 13 —
4,0 MM, IJII MOHOCOMUH — 7,5 MM, OZHAKO He
ciaenyeT paccmarpuBaTh BeamuuHy TBII Kak
OCHOBHOU auddepeHIINaTIbHBIN KPUTEPUI OC-
HOBHBIX Tpucommuii [5].

Tem He MeHee B pAne cayuaeB TBII moxxer
OBITH He yBeJInUeHa, ONHAKO Y ILJI0A IIPU 9TOM
OyayT OompenensThCA aHOMAJUM KapUOTUIIA
[1]. Tak:ke BO3MOKEH U 00OpaTHBIN BapuaHT —
OTCYTCTBME XPOMOCOMHBIX abepparuii mpu
yBeanunuenuu TBIIL. Y. Takahashi u coasT. omu-
caju HaOJIOJeHUe IaIlUeHTKH, Yy KOTOPOi
B KaXKIYIO M3 ABYX OepeMeHHOCTell IIpPU IIpo-
BeleHUU CKpuHUHTA | TpuMecTpa ObLIO OOHA-
py:keno yBenuueHnue TBII y miaomos (mo 6,0
u 6,5 mm). B o0oux ciayyasgx IPOBOJUJINCH
WccieOBaHUA KapUOTUIIA, HE BBISBUBIIINE
oTKJoHeHUH. IIpu aTOM y 000UX TJIOLOB OBLIN
JUArHOCTUPOBAHBI AaHOMAJIUU PA3BUTUA COCY-
JIOB: areHe3msa BEHO3HOTO IIPOTOKA U ITaTOJIO-
rus JIETOUHBIX BeH. ABTODPHI HCCJIeHOBaHUSA
OTMeUaloT, UYTO, HEeCMOTPS Ha OTCYTCTBUE
XPOMOCOMHOM maroJsioruu, yBeaudeHue TBII
MOKeT OBITH aCCOIIMMPOBAHO C ITIOPOKAMU Pas-
BUTHUSA, UYTO yKasblBaeT Ha HEOOXOAWMOCTH
npoBeneHua AetanabHOro Y3WM mpu BbISABIIE-
HUU JaHHOTO MapKepa [8].

ITosguee, B 2021 r., K.E. Stuurman u co-
aBT. OBLJIO IIPOBEJEHO WMCCJIENOBAaHUE, B KOTO-
pom Ha mpumepe 149 GepemeHHOCTel Oblia
npoBeneHa ornenka TBII m ee accommarnum
C TeHeTUUYECKUMU aHOMaJUAMU, TeUeHHEeM
U rucxomaMu 6epeMeHHOCTU. ¥ 77 ILJIOMOB IIPU
uccaenoBaHUM ObLIM OOHAPYKEeHBI HOPMAaJIb-
Hble KapUOTHUNBI, ¥ TOJBKO Yy 3 U3 HUX OBLIU
BBISBJI€HBI OTKJIOHEHUA 0 JaHHBIM reHeTHYe-
ckoro aHajusa. B 73 us 77 cayuyaeB mo jgaH-
HBIM Y3U He ObLIO BBIABJIEHO NOIIOJHUTEJb-
HBIX aHOMAaJIuii pa3BuTuA. TeM He MeHee cpe-
IU JaHHBIX 73 HabgogeHni B 19 ObLIN BHIAB-
JIeHBI OTKJIOHEHUSA II0CJI€e POJOB, B 2 — HACTY-
nmuja aHTeHaTaJbHadA rubesb IJI040B. ABTODHI
YKas3bIBaIOT, YTO, HECMOTPsS Ha HOPMAaJbHBIE
pes3yJbTaThl MUCCJEJOBAaHUSA KapuOTUIla U Te-
HETUUYECKOTro aHajiusa, npu yBeaudenun TBII
CYIIIECTBYET PUCK HeOJIaronpUATHOTO MCXOAa
6epemennocTu [9].

CoBpeMeHHbIE METOAUKY ITO3BOJISAIOT BBIAB-
JIATH He TOJBKO YacTO BCTpeuarIlecda Hapy-
IeHuA KapuoTuia, HO W 0ojiee peaKue MyTa-
MUY, JJIA JTUATHOCTUKY KOTOPBIX MCIIOJB3YeT-
cA XPOMOCOMHBIN MUKPOMATPUUHBIN aHAIU3
(XMA). ITpu sTrom umenHo yBenauuenue TBII
CJY;KUT OCHOBHBIM IIOKa3aHueM K IIpOBeje-
HUIO [IOIOJHUTEJNbHOW muarHocTuku. Tax,
B 2016 r. L.Y. Huang u coasT. meTogom XMA
O0HAPYKUJIN Y IIJI0AA AUIEHTPUUECKYIO XPO-
MOCOMY M MUKpoJeaenuio 9934, ABIAIIIecd
reHeTUYeCcKOol ocHoBoIi cuuapoma Kauderpa,
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aCCOIMUPOBAHHOIO C TAMKEJION MHTEJJIeKTY-
aJIbHON HEJOCTAaTOYHOCTBhIO, IIATOJIOTHEH COo
CTOPOHBI KOCTHO-MBIIIIEUHON CHCTEMBEI, CePAIla
u mouekK. IToBogoM [/ IpoBeIeHU s JeTalbHO-
ro aHaJM3a IMOCIYKUJIO BLIABJIEHUE IPU IIep-
BoM ckpuHuHTe yBeauuenuda TBII go 4,5 MM,
IpU 5TOM HUKAKUX APYTUX OTKJOHEHUII Ha
MOMEHT IMPOBEIeHUA KCCIeSOBAHUA OO0HAPY-
sKeHo He 05110 [10].

OrmeTuM Tak:Ke, uTo yBeamuenume TBII
MOKET ABUTHCS IIEPBUYHBLIM ‘“‘CUTHAJIOM”, 3a-
CTaBJAIOIMM Bpaua IIPOBECTH IIPUIEILHYIO
OILIEHKY BCeX TKaHell M CTPYKTYpP ILJIoga. ITO
00yCJIOBJIEHO TEM, UTO MaHHBLIN MapKep MOMKeT
BBISIBJISAATHCA B COBOKYIITHOCTH C APYTMMU aHO-
MaJuAMH Pa3BUTHUSA, YTO, B CBOIO OUepe.b,
IaeT BO3MOYKHOCTDH OOHAPYIKUTH HOBbIE IIOTEH-
muajJbHble MapKepbl XPOMOCOMHBIX aHOMAa-
JN.

Tak, manmpumep, B 2021 r. S. Perlman u co-
aBT. UBYUUJIN CIIEKTP PA3HOOOPA3HBIX aHOMa-
JU# pa3BUTHUA y IJI0A0B ¢ yBeanuenuem TBII.
OaHUM U3 JIIO0OTBITHLIX PE3yJIbTATOB JAHHON
paboThI cTaao oOHApyKeHue cpeau 42 II010B
c yBeanunuenueM TBII 18 ¢ orcyTcTBHEM OKOJIO-
YIITHOM CJIIOHHOI KeJsedbl. OIleHKa OKOJIOYIII-
HOH ’KeJie3bl IIPOBOAUJIACH ABTOPAMHU B pPaM-
KaX HCCJIeTOBAHUS CTPYKTYP UEIOCTHO-JIUIE-
BOI obsacTu miaoga. B 2D-pesxuMe OKOJIOYIII-
HBbIE JKeJie3bl BU3YAJIN3UPOBAINCH KaK IBYCTO-
POHHIE OKPYIJIble TUIIEPIXOTeHHbIe YUACTKU
B aKCHAJIbHOM MJIOCKOCTHY HUKe cpe3a Ha YPOB-
He TJIa3HUIl, V HUKHeH 4acTyu HUMKHEeHN Uesio-
CTHU.

B mauHoii rpy1e npu OpoBefeHUN TreHeTU-
YEeCKOr0 HCCJIeJOBaHUS OBIJIO OOHAPYKEHO
9 mioxoB ¢ cuuapomoM JlayHa, 3 — ¢ CUHAPO-
mMoM 9aBapaca, 1 — ¢ CHHIPOMOM
IITepemesckoro—Tepuepa. B rpymnme 1mionos,
Y KOTOPBIX OKOJIOYIITHAS Kejie3a BU3yaJIU3u-
poBaJiach, ObLIO OOHAPYIKEHO 3 IIJI0Ja C CUH-
apomoMm J[Hlayma m 1 mjgox ¢ CHHIPOMOM
dnBapaca. UyBCTBUTEJIBLHOCTh U cHeIu(pmy-
HOCTBH JaHHOT'O Mapkepa coctaBuau 76 u 80%
COOTBETCTBEHHO, OTPUIATENbHAA IPOTHOCTU-
yeckasd 3HaunMOCTh — 95,14% . ABTOpPEI AaH-
HOI paboThI ITOKA3aJau, UTO IPU YBEJIUUeHUN
TBII Hanwuume SONMOJHUTEJNbHBIX aHOMAaJHUK
pPasBUTHSA, B YaCTHOCTH AIlJIa3UMN OKOJIOYIITHOMN
CJIOHHOII JKeJIe3hbl, YBeJIUUYNBAET BEPOATHOCTD
IUArHOCTUKU HapylieHui#n wkapwmoruma [11].
B nmoctymHO# suTepaType HaM He yIasioch
BCTPETHUTh APYTUX PaboT, MOCBAIIEHHBIX U3Y-
YeHUIO JAHHOTO MapKepa, B CBA3U C UeM UHC-
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MOJIb30BaHWE €T0 B PYTHMHHOUN MpaKTUKe Ha
JaHHBI MOMEHT He paccMaTpuBaeTcs, 1, Be-
pPOATHO, TpeOyloTCcs maJbHeHIne mccaemoBa-
HUSA 3HAYMMOCTH 3TOTO MapKepa.

B macTosAlee BpeMsa XOPOIII0 U3BECTHO, YTO
TBII mo:xeT 5 (HEeKTUBHO UCIOJIb30BATHCA HE
TOJIBKO B KayecTBe MapKepa “OCHOBHBIX”
TPUCOMUII, HO TaKyKe BPOMKIEHHBIX IIOPOKOB
cepama (BIIC) u He6JaronpuATHBIX HCXOI0B
o6epemenuoctu [1]. IIpoBemeHHbIN 0030 ITOKA-
3bIBaeT, uTo yBesuueHne TBII MmoskeT ucoab-
30BaThCs He TOJHKO B KauecTBe MapKepa “oc-
HOBHBIX” TPHCOMMUIL, HO TaKJKe U APYyroii 6oJiee
PenKoil XpOMOCOMHOI IMTATOJIOTUY 1 BPOMKIEH-
HBIX TTOPOKOB Pa3BUTHS, OMMCAHHBIX paHee.

Kucrosuasa rurpoma meun
H jJaTepaJbHbI€ KMCThI IIIen

IIpu wucciaemoBaHuUM 00J1aCTU BOPOTHUKO-
BOT'O IPOCTPAHCTBA MOJKET OTMEeUaThCsa 3HAUU-
tesbHOe yBesuueHue TBII, koTopoe paccmar-
pUBaeTCs YacThIO aBTOPOB KaK KMCTO3HASA TUT-
poma mreu mioza, npu atom TBII cocrasasana
B cpenueMm 7,8 mm [5]. BmecTe ¢ TeM B pyKo-
BogcTBe “First trimester diagnosis of fetal
abnormalities” A. Abuhamad u R. Chaoui ue
MPUBOAAT YETKUX KOJUUYECTBEHHBIX KPUTEPU-
€B KHCTO3HOU Ir'IrpoMebl Ien miaoza [1].

WsBecTHO, UTO JJIA IJIOAOB C MOHOCOMUeEH
X-XpOMOCOMBI XapaKTePHO HaAKOIIJIeHUE KU~
KOCTH BHE COCYJHCTOTO PycJa, B TOM YHCJIE
¢ hopMUpPOBaHUEM KUCTO3HOI T'MT'POMBI U Ja-
TepaJIbHBIX KUCT ITer. AHAJOTUUHASI KapTUHA
MOXKeT HaOJIaThCA HpU TpucoMuu mo 18-i
xpomoconme [12, 13]. IIpu stom J. Scholl u co-
aBT. OTMEUAlOT, UYTO CJEAyeT oOpaliaTh BHU-
MaHUe Ha KomuukKo-TeMmeHHOU pasmep (KTP)
IJIo/la TIPU PaHHEeM O0HapPY:KeHUU KUCTO3HOM
TUTPOMBI, TO €CTH €eIlle JasKe N0 JOCTUKEeHUA
ILJIOJJOM Pa3MepoB, COOTBETCTBYIOIIUX ITPOBE-
neunio ckpuuuHra. [Ipu KTP menee 45 MM
HapYIIIeHUs KapUOTUIIA BBIABJIAIOTCA TOJIBKO
B 43,4% cJuaydyaeB NpU HAJIUUYUU TUTPOMBI
¥ epuHaTaJbHbIE UCXOALI B JaHHOM CJIydYae
OoJiee OjarompuATHBIE, Torga Kak npu KTP
ot 45 1o 84 mm — B 73% [14].

JlaTepanbHble KUCTBHI INIEM B JUTEPAType
OIMCBHIBAIOTCA KaK I'MII09XOTeHHble 00pa3oBa-
HUA pazMepamu ot 2,5 MM, BUByaJIU3UpPyeMbIe
B JlaTepaJbHBIX OTAeJax Ieu ILI0oAa, IIPU HC-
CcJIeIOBAaHUM B IIJIOCKOCTH, NapaJjiebHOM
OuTeMIOpaJLHOMY Cpe3y cpasdy IOoJA HUMKHEeM
yesiocThio. [Ipu HOPMAaJIbHBIX ITOKa3aTesdX
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TBII o6Hapy:kKeHHBIe JaTepajbHble KUCTHI
IIeu IpeAjiaraeTcs paccMaTpUBaTh KaK M30-
JUPOBaHHBIEe oOpasoBaHud [15].

IIpu oOHapy:KeHHUU JaTepaJbHBIX KIUCT
I1ey MPOTHO3UPOBAHIE PUCKA HAJIUUYUA aHey-
IJIOUAUI MOJKET OBITh 3aTPYAHUTEIBHO, BAMK-
HO YYUTBIBATH CONYTCTBYIOI[HE aHOMAaJIUU
pasButusa u Mapkepbl. Tak, G. Meyberg-
Solomayer u coaBT. obciemoBanu 4216 1io-
OB, Cpeau KOTOPBIX y 32 ObLIM BBLIABJIEHBI
JaTepajbHble KUCThI Ineu (MemmaHa cpokKa
OepeMeHHOCTH IIPU IIEPBOM WUCCJIeTOBAHUU
cocraBuyia 13 men 3 musa). ¥ 17 us 32 miaomos
OBLIU BBHISBJIEHBI AHEYIIJIOUAUS U COYTCTBYIO-
mtee yBesauueHnue TBII, y 15 u3 KoTopsIx ObLIN
o0HApy KeHbl MMOPOKHU pasBuTud. Ilpu sTOM
cpenu 15 mI040B ¢ HOPMAJIBHBIM KapPUOTUIIOM
y 9 Takke 661710 oTMeueHO yBeaudyeHue TBII,
Y HECKOJIbKUX ObLIN TaKiKe 00HapysKeHBI I10-
POKHM pasBUTHUA, U TOJbKO 6 ILIOJOB OBLIN
MOJIHOCTBIO 3J0POBBI. YBeJInUeHHE pasmepa
KHCT KOPPEJHPOBAJIO C TAMKECTBHIO IIPOSBIIE-
HUM, TOTJa KaK IPU HAJTUYNHT KUCT pasMepoM
MeHee 3 MM OTMeuaJicsa 0JIarONPUATHBIN HC-
xon. Ilpu manbHelillleM HaOJJIOLEHUU aBTO-
paMu OBIJIO OTMEUYEeHO, UTO IPU 0JIAaTONMPUAT-
HOM HCXOJe KHCTBI IIOJIHOCTLIO HCUe3aaun
K 21-22-i1 memene OepeMeHHOCTH, TOTJa KaK
Ipu HeGJIATOIPUATHOM OTMEYaJIOCh UX YBEJIN-
yenue B nuHamuke [16]. Ilosguee, B 2018 r.,
R.S. Halevy u coaBT. 00HapyKUJIU, YTO JaTe-
pajibHBIE KHCTHI IIIeN Yallle 00HaPYIKUBAIOTCSA
y ILJIOJOB MYJKCKOTO I10JIa, IIPU 3TOM HeOJiaro-
NPUATHBIE HCXOIbI, HAPYIIeHUS KapUOTHIIA
M COIIYTCTBYIOIIME IIOPOKU PA3BUTHUA HAOJIO-
Iajanch MeHee ueM B 5% cJjyuaeB, U TOJBKO
y ILIOAOB, UMEIOIuX TakKe ypeanuenue TBII.
Taxixe aBTOPLI HE OTMEUAIOT KOPPEeIANUN
MKy PasMepoM KHUCT U TAMKECTHIO OCJIOKHEe-
HUH ¥ YKa3LIBAIOT, UTO M30JIMPOBAHHBIE JaTe-
pajbHBIEe KUCThI ABJIAIOTCA 0e3BPeIHBIMU 00-
pasoBaHUAMU, He TPEOYIOIUMU AATbHEHIIero
Habaogenus [17].

B IIpakTrnueckux pexoMmenzanuax mo ¥Y3U
B 11-14 men, uspauubix B 2023 r. MexagyHa-
POAHBIM OOIIIECTBOM YJIbTPa3ByKa B aKyIIep-
crBe u ruHekojgoruu (ISUOG), ormeuaercsa
HeoO0XOAUMOCTD OIEHKU OTCYTCTBUA/HAJTUUNA
KHMCTO3HBIX 00pasoBaHmuii B OOKOBBLIX OTAEIaX
mreu [18].

Takum 00pa3oM, He BBI3BIBAET COMHEHUH
HeOoOXOAUMOCTE M000CIeI0OBaHUSA U IIPOBEIe-
HUS TeHeTUYeCKOT'0 UCCIeN0BAHUS IIPU YBEJIN-
uyenuu TBII/Kucrosnoii rurpome 1reu. Bmecre

C TeM HaJu4due y IIJI0Ja N30JIUPOBAHHBIX JIaTe-
PAJTbHBIX KUCT IIeN He ABJIAETCS MOKa3aHUeM
K MHBA3WBHON AMArHOCTUKE, OJHAKO IIPU CO-
YeTaHUM MaHHOTO IPHU3HAKa C IPYTUMH Map-
KepamMu, B yacTHocTu ¢ yBeamuenuem TBII,
MHOTUMM aBTOPAMMN PEKOMEHIYeTCA CTaBUTH
BOIIPOC O IeJIeCO00PAa3HOCTU MPOBENeHMUA MH-
Ba3MBHOU JUATHOCTUKU.

HeumvyHHas BOZAHKA ILJI0A

ITomumo sHauuTesnbHOrO yBeaunuenusa TBII,
B XOJle UCCJIEJOBAHUSA MOTYT ObITh OOHApPYIKe-
Hbl MPU3HAKW BOAAHKHU ILJIOAA: IOJKOMKHBIN
OTeK, acCIlUT, TUAPOTOPAKC, TUAPOIIEPUKAPI.
Hasnwnure maHHBIX MapKepoOB TaKiKe YKaKeT
Ha HaJWuyue PUCKa XPOMOCOMHBIX aHOMAJUH
y miozpa. Tak, Harpumep, npu MoHocomuu XO
y IJI0a MOKeT Hab/IofaThcsa KaK JOKaJabHAasd
OTEYHOCTh, TaK U aCIlUT, TUAPOTOPaKC U reHe-
paJin30BaHHBIN NOAKOKHBIN oTeK [19]. Tem He
MeHee PasBUTHE HEUMMYHHOI BOOAHKHY ILJIOAA
MOYKEeT UMeTh IIIUPOKUIH CIIeKTP IPUYNH, U HE
BCcerja BO3MOJKHO OJHO3HAUHO OIPENEeJIUTH
ATUOJIOTUI0, B TOM YKCJIE BBIABUTH HapyIle-
Hua xKapuorumna. B 2019 r. T.N. Sparks u co-
aBT. OIEHUJIU BO3MOJKHBIE IPUUYNHBI BO3HUK-
HOBeHUA BoAguKU maona. Cpegu 65 obciemo-
BaHuil B 46% mNpuuYMHaA OTEKa TakK U He ObLia
ompenesieHa. B ocTaJbHBIX caydasx ObLIA
BbIABJIeHBI ameymtouguu (17% or obrmiero
Yucja), MOPOKU PAa3BUTUSA ILJIOAA, apUTMUH,
curapom HyHan, tumdarnuecKkas IUCILIa3uA,
TpoMboIIMTOTIEHN. ABTOpPHI 00OpaIialoT BHU-
MaHWe Ha TO, UTO HAJNUYNe HeMMMYHHOU! BO-
IAHKY 1ofa Juillb B 25% ycTaHOBJIEHHBIX
caydyaeB OBIJIO BBI3BAHO Te€HETUYECKUMU
apomasiuamu [20]. Taxixe cienyeT ydUTHI-
BaTh, UTO B PAJie CAyUYaeB BOAAHKA MOYKET HC-
ye3aTh IPU AUHAMUYecKoM HaOmogenuu [19].

TakuMm o0pasoM, HAJIUUYME BOAAHKU y ILJIO-
na B 1 TpumecTpe MOKET paccMaTpPUBATHCHA
B KauecTBe MapKepa XPOMOCOMHBIX aHOMAaJIUHA
¥ IPYTUX IMaTOJOTUYECKUX COCTOAHUI IIJI0MAA,
TPeOyIoIuX yIrayoJeHHOTo o0cJiefoBaHUA,
B TOM 4YHCJe [ HCKJIUYEHUSd HMMYHHOM
MIPUYUHBI BOAAHKN.

AnoMasnu pa3BUTHA EHTPAIbLHOMN
HEPBHOU CHUCTEMBbI KAK MapKepP5bI
reHeTHYeCKOM IIaTOJOrnu

AHomMasiu pasBUTHUA IEHTPAJbHOU HEpPB-
Hoii cuctembl (IIHC) saHuMAaioT OTAEIBHYIO
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HUIITy MapKepoB /s TUarHOCTUKY aHeyIIJI0u-
nuii. K manbosiee acconmmmupoBaHHBIM C XPOMO-
COMHBIMU aHoMaJauaMu mnopaskenuam ITHC
OTHOCAT JIOOAPHYI0O M aJIO0ApHYI0 TOJIOIPO3-
sHIeaTNI0, XapaKTepHYI0, HAIpUMep, AJsd
curapoma Ilaray, pacimupenue 3aJHel yeper-
HOI AMKWU, spina bifida, BEHTPUKYJIOMETaJIUIO
[4, 13]. PaccmoTpum 6Gojiee TOAPOOHO OTAEH-
HbIe BApUAHTELI MapKEepPOB.

Tak, Hampumep, IIPU IIPOBEeAEHUUN CKPU-
rHuura B I Tpumectpe E. Katorza u coasT. BbI-
SABUJIN IPUSHAKY HapyIIeHui (GopMUPOBAHUA
ITHC y 3,36% mmomos. IIpu aToM cpeau ILIO-
OB C aKpaHMUeil y OJHOTr0 ObLI BEIABJIEH CHHI-
pom JlayHa, ¢ roJsionpossHiedanneii — CUHI-
pom Ilartay, ¢ mMukpoledanruneiri — CHUHIPOM
dnBapjaca, ¢ aHOMaJIMed B3agHell UYeperrHou
AMKU — geJienus mnieda 4-i1 xpomocomsl [21].

Cpenu amomMasuii 3aJHEW UYepPEITHOH AMKU
cjaenyer obpaliaTh BHUMAaHUE U Ha OTCYTCTBUE
cocypuctoro cimjereHusa IV IKeaymgouka.
HanHoe aHaTOMHUUEeCKoe 00pasoBaHME BXOUT
B MUHUMAJIbHLIN IIepeueHb CTPYKTYpP, 00s3a-
TEJbHBIX K BU3yaJU3alUU IIPU HPOBEeIeHUU
ckpunuura 11-14 Hen, corylacHO peKOMeHIa-
muam ISUOG [18]. Taxk, y 43% mniomos ¢ mau-
HOUM aHoMmasimeir pasButuss P. Martinez-Ten
¥ COaBT. BbIABUJIU Spina bifida, manbdopma-
nuio [enam—Yoxrepa, Iedajoiesae, yBeJIHU-
yeHue O6oJibImoi 1uctepHbl. Taxike y 71%
IJIOAOB [OAHHOM TPYIIbLI ObIIW BbIABJICHBI
HapyIIeHusa KapuoTtuma: Tpucomun mo 21, 18
n 13-i1 xpomMocoMaM, TPUIJIOUINS, MOHOCO-
mua XO. ABTOpPBI IIpejiaraloT pacCMaTpUBaTh
OTCYTCTBUE COCYAUCTOTO ciieTeHus IV xeiry-
IOoUKa B KauecTBe NOMOJHUTEJIbHOTO MapKepa
XPOMOCOMHBIX aHomaJuii [22].

Cpenu MapKepoB aHEYIJIOUIUN IIpejJiara-
eTcs TaKsKe pacCMaTpPUBaTh [uaMeTp cybapax-
HoumpmanbHOro mpoctpancrBa (CAII). Tak,
C. Ferreira u coaBT. IPOBOAMJIU M3MeEPEHUE
CAII B akCHAaJIbHOM M CATHUTTAJBLHOI ILJIOCKO-
CTAX cpasy HaJ BOAOIPOBOIOM B COOTBETCTBY-
foITel ucTepHe BeHbl ['ajieHa aHaTOMUYEeCKOM
obmactu. Vlamepsaauch MOMEPEYHbIN 1 CaruT-
TanbHbIN padmepsr CAIL

ABropsl mpoBoauau obcaemoBaHue B 11—
14 men, npu cpaBHenum 407 1ma0g0B C HOP-
MaJILHBIM KapUOTUIIOM 1 88 ¢ aHeYILIOUAUAMU
(cunnpowmsl Hayna, daBapaca, Ilaray u lllepe-
meBcKkoro—TepHepa) ObLJIO BBISBJIEHO, UTO A~
metp CAII o oTHOIIIEHUIO K OUITapueTaTbHO-
My pasMepy r'oJIOBBI ¥ ILJIOAOB C TPUILJIOUAMET
u cuuaapomoMm Ilatay ObLi 3HAUMMO OOJIBIIIE,
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YyeM y IJIOJOB C HOPMAJbHBIM KapUOTHUIIOM,
cuagpomamu Jayua, 9uBapaca u Illeperies-
cxkoro—Tepuepa. ITpu stom v 92,9% TpurLio-
UIHBIX IIJIONOB NaHHBLIN IMOKa3aTelib ITPEBbI-
maJs 95-it nmepuentuns [23]. Ormerum, uTO,
COTJIACHO TPaKTHUUYECKUM PEKOMEeHAAIIUAM
ISUOG, Busyanusamnusa CAII u ero oreHKa He
BXOJAT B IepeYeHb CTPYKTYP, 00s3aTeIbHBIX
s Busyanusanuu B I rpumectpe [18].

Busyanuzanusa 6GOJIBIION IMCTEPHBI BXO-
IuT B mepeueHb “best practice”, corsacuo
pexromengpanuam ISUOG, To ecTh ee OIEHKY
peKoMeHIyeTCcA NMPOBOAUTH JIMIIh B paMKax
paciupeHHOT0o HuccaemoBanus B 11-14 men
[18]. Tem He MeHee mpUW BU3yaIU3aIUU HAH-
HOII aHATOMHYECKON CTPYKTYPhI HEKOTOPHIE
aBTOPBI IMPEAJIATAIOT IIPOBOAUTHL U €€ M3Me-
penue. Tak, mo ganaeiMm M. Pauta u coasr.,
uMeeT 3HaUeHVe pasMep OOJIBIIION ITUCTEePHBI:
MaHHBIII IIOKasaTeJb OBIJI B IIEJIOM BBIIIIE
y ILIOAOB ¢ Tpucomuenr 21 mpu IpoBeneHUU
ckpuHuHra 11-14 Hen, yeM y IJIOZOB C HOP-
MaJbHBIM KapuotunoM. OmZHaKO, OTMEUaioT
aBTOPBI, IPUMEHEeHNEe NAHHOTO MapKepa Mo-
JKeT OBITh HEJOCTATOYHO 3(POEKTHUBHO BBUILY
TOTO, YTO JIUIIH Yy TPETHU IIJIOAOB C CUHIPOMOM
HayHa mimpuHa OOJBIION IIUCTEPHBI ITPEBBI-
miaJia 99-i mepueuTuas [24].

Haxomner, Tsa:xenada (severe), o ompeznee-
Huio P. Wagner u coaBT., BEHTPUKYJIOMET I
MO:KeT ObITh OOHApy:KeHa KaK Ipu “KJjaccuue-
CKUX” XPOMOCOMHBIX aHOMAJINAX, B YACTHOCTHU
curgpome daBapaca npu Y3U B 11-14 wepn,
TaK ¥ IpU TpucoMuu 2-ii XpOMOCOMBI, OTHAKO
yeke Bo II Tpumectpe [13, 25].

Tarkum o6pasoM, oOHAPYKEeHHbIe aHOMAJIUN
ITHC B I TpuMecTpe MOTYT OBITh PACCMOTPEHBI
B KauecTBe MapKEPOB MHOTMX XPOMOCOMHBIX
aHoOMAaJauii, TOMUMO “OCHOBHBIX” (TpUCOMUA
mo 13, 18, 21-ifi xpomocomMaM), UTO TPedyeT
pacCIIuPEHHOr0 A000CJIeJOBaHUA C IeJbI0 BbI-
SABJIEHUS T€HETUUECKOI aTOJIOTUN.

AHOMaJIHI/I 1 HAPYHIEHUA reMOOJUHAMUKHU
CcepaeYHO-COCYTUCTOM CUCTEMBI
KaK MapKepbl TeHeTHYeCKOi MaTOJIOTHH

Ocoboe 3HAueHNE B AUArHOCTHUKE XPOMO-
COMHBIX aHOMAJINN 3aHNMAET BLIABJIEHLE 0CO-
OeHHOCTell aHATOMUMU U TeMOSUHAMUKH, & TaK-
JKe BPOXKIEHHBIX IIOPOKOB PA3BUTUS Cepleu-
HO-COCYIMCTOM CUCTEMBI ILIOJA.

K mMmapkepaM XpPOMOCOMHBLIX AaHOMAJIHUIA
K.H. Nicolaides u coaBT. 0THOCAT, B 4YaCTHO-
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CTU, HaJIWYWE TPUKYCIUAATBHON peryprura-
MUY ¥W/WUIA PETPOTPagHOTO KPOBOTOKA B Be-
HOBHOM IIPOTOKE: BOSHUKHOBEHUSA PETPOTPAa-
HOIi BOJIHBI B BEHO3HOM IIPOTOKE B (Da3y COKpa-
mieHus npexacepauii. Ilpm Hanuuuwm comyT-
CTBYIOIIUX CTPYKTYPHBIX IOPOKOB Ccepalla
IJIO/Ia aMILJIUTYAA BOJHBI MOKET 3HAUUTEJIHHO
yBesqmuuBatbea [5]. M. Wiechec u coasr.
B CBoeli paboTe OIleHUJIN YaCTOTYy BCTPEYAeMO-
CTU PETPOTPAJHOTO W HYJEBOTO KPOBOTOKA
B BEHOBHOM IIPOTOKeE 1 X B3aUMOCBA3b C OIIpe-
IeJICHHBIMU XPOMOCOMHBIMH AHOMAJUAMU.
B wmccinenyemyio koroprty Bormo 189 miomos
C peTporpagHbIiM, 35 — C HYJEBBIM KPOBO-
TOKOM, TPYIIy C HOPMAaJbHBIM KPOBOTOKOM
cocraBuau 5587 mimomoB. YacToTra BCTpeuae-
MOCTH HYJI€BOTO KPOBOTOKA B BEHO3HOM ITPO-
TOKe TpU aHeyIJIOUuAuAX cocrasuia 5,8%,
perporpanuoro — 35,7% . Ilpu HyJIeBOM Kpo-
BOTOKe HamboJiee UYACTBIMU HAPYIIEHUAMU
KapuoTumna 6s11u MmoHOocomuu X0, Ipu peTpo-
rpagHoM — cUHApPOM JaBapzca. Ilpu Hamumuun
PeTpPorpajHOT0 KPOBOTOKA U JOMOJHUTEJb-
HBIX aHOMAJIU Pa3BUTUA OTMEUAJIOCH YBEJIU-
YyeHUe BbIABJISIEMOCTU TpucoMuii [26].

IIpu Tpucomusax mo 13, 18 u 21-i1 xpomoco-
MaM MOJKeT OBITh AUarHOCTUPOBaHa Hedocma-
mouHOCMb KJAANAHHO20 annapama cepiua,
B YACTHOCTU TPUKYCIUAAJHLHOTO KJialaHa.
B psanpe ciyuaeB Mo:KeT OBITH OTMeUEHA pas-
JIMYHASA CTEeIlleHb BBHIPA’KeHHOCTU IIOPOKa — OT
YMepeHHO! 10 TsAKeJOol CTeleHU peryprura-
nuu [5, 7, 13].

B nmarHocTuMKe MOPOKOB cepAlla BasKHYIO
POJIb UT'PaeT MoaAXon K Busyanusanuu. B ITpu-
kKaze Ne 1130 M3 P® ob0a3aTelbHBIMU LA
BU3yaJamW3alluu INIPU HCCJEJOBAHUU CepAIla
miaoga B I TpuMecTpe ABJIAIOTCA OCh, TO3UIUS,
pasMephI cepAlia, a TaKKe YeThbIpexXKaMepHbIi
cpes. Cpes Ha ypoBHE TpPeX COCYIOB U Tpaxeu
yare IpuMeHsAeTCA B AUarHOCTUKe aHOMAaJIUA
pasButuda Bo Il TpumecTpe (saABaAserca obsaza-
TeJIbHBIM B IIPOTOKOJe cKkpuHuHTa 19-21 Hep,
coryiacHo IIpukazy Ne 11301 M3 P®). CorsiacHo
pexomengaruam ISUOG, ob6s3aTeabHBIM IJIS
uccyenoBanusa 1 TpumecTpa ABJIAETCA BU3Yya-
JU3anuA YeThIPeXKaMepPHOTO cpesa cepila,
OIHAKO B PACIINPEHHOM IIPOTOKOJIE YKa3bIBa-
eTcs BO3MOJKHOCTH HCIIOJIb30BaHUSA cpe3a Ha
ypoBHe Tpex cocynoB u Tpaxeu [18]. Tak, mo
na"gHeIM V. De Robertis u coasT., MCHOJIB-
30BaHME €ro B paMKax IIePBOTO CKPUHUHTA
SABJISAETCS JOCTATOUHO yA0OHBIM [27].

IIpu mcciemoBaHuu cpe3a Ha YpPOBHE Tpex
COCYIOB U TPaxXxeu BO3MOYKHO OIEHUTh CTPYK-
TYypbl U (QYHKIIMIO KJallaHa JIeTOYHOUN apre-
puH, UCKJIIOUUTH CTEHOBHI I HEJOCTATOUHOCTbD,
ABJAIONNECA TUTUYHBIMYA IPU3HAKAMU CUHT-
pomoB 9aBapxaca u Ilaray. uchpyHKIuA
XapaKkTepusyeTcsa COueTaHUeM AaHTerpajgHoTo
TOKa uYepe3 OTBEpPCTHE KJallaHa Jero4HOM
apTepuy B CHUCTOJY ¥ PETPOTPAJHOTO TOKAa
B IMACTOJIy, BBIABJIAEMOTO KaK IO JaHHBIM
IIBETOBOTO [OIIJIEPOBCKOTO KapTUPOBaHUS,
TaK U CHEeKTPAJbHOTO McceqoBanmusa. Takike
npu cuHApoMme IlaTay B JaHHOM MJIOCKOCTHU
BO3MOJKHO BU3YyaJU3UPOBATH CY:KEHUE IIPO-
cBeTa aopThl HA YPOBHE ee NyT'¥d B CPaBHEHUU
c JeTouyHOM aprepueii [4, 13].

K BIIC, KoTopble ¢ 3aTPyAHEHUAMU, HO I10-
TEHIIMAJbHO MOT'YT OBITH BHIABJIEHBI B | TpuMe-
CTpe U IIPU 3TOM CyMMapHO BCTpeuaioTcs 6osee
yem B 50% mnpu cuaapome [layHa, OTHOCAT:
aTPUOBEHTPUKYIAPHBIN KaHau (ABK), medext
MeKKeaynoukoBoi meperoponku (JIMIKII),
terpany Panno (TP), anHomanuio OOIITENHA
(A9), mBoiiHOE OTXOKAEHHNE MAaTuCTPAJbHBIX
cocymoB ot npasoro :xkesynouka (J1OC ot IT3K).
Cpenu yabTpasBYKOBBIX MapKepOB, KOTOPHIE
MOTYT TaK’Ke acCOIIMUPOBATHCS C TPUCOMUEIH
21 B I TpumeTpe, cieayeT OTMETUTH HAJIUUYME
TpuKycnuaaiabHou perypruranuu (TP) u abep-
paHTHO! IIPaBON IOAKJIOUWYHON aprepuu
(AIIITIA), xoTopasa B HACTOAIEe BpeMsA IIOKa
ele MOJKeT OBITH pacCMOTpPeHa KaK MapKep
XPOMOCOMHBIX aHOMAJIUM.

IIpu curgpome 9aBaphaca CTPYKTYPHBIE
KapauoJIOTUYEeCKe aHOMAJUU BCTPEUAIOTCH
6osee uem B 80% , 9TO, B IIEPBYIO OUEpEab, JIe-
(heKTHI IePeropooK ¢ TAKMMU AaHOMAaJIUAMU
BBIBOAHOTO TpakTa, Kak T® m IIOC ot IIJK.
Tak:Ke IPU dTOM CUHIPOME MOTYT O0HAPY KU~
BaThCA TaKue MapKepsl, Kak TP u AIIITA.

IIpu cunapome IlaTay cTpyKTypHBIE aHOMA-
JUU cepjla IpucyTcTByoT 0osee uem y 50%
ILJIOJIOB M BKJIIOUAIOT Ne()eKThl MEePEropoaKH,
00CTPYKIIMIO BBIXOJHOTI'O TPAKTA JIEBOTO JKeJIy-
JIOYKa, CHHAPOM T'UIIOIJIa3UU JIEBBIX OT/E€JIOB
cepama (I'JIOC). Xopollio 13BeCTHBIM MapKe-
POM 3TOTO CHHAPOMA SBJSIETCA TaxXUKapPIUA
[28].

ITpu cunnpome IllepermmeBckoro—Teprepa
tak:ke moryT B 30—50% Bcrpeuarsea BIIC,
B I TpumecTpe »TO mpemMyIlecTBEHHO 00-
CTPYKIIMA BBIHOCSAIIIET0 TPAKTa JIEBOTO JKeJy-
mouka [19].
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W3BecTHBI MHOTOUYMCJIEHHBIE ACCOIIUAIIUU
KoHKpeTHBIX BIIC ¢ reHeTmuecKMMHU aHOMAa-
auamu. Kak momuepxusBaioT A. Abuhamad
u R. Chaoui B cBoeM pyKOBO/ICTBE II0 9XOKap-
apuorpauu IMJIofa, BbIBIEHHE HN3MeHeHUI
npu Y3MU ceppara mioga MOKeT YKasbIlBaTh Ha
reHeTUYEeCKYIO CBA3b, KOTOPas B IIPOTHUBHOM
cayuae MOKeT ObITh HeoueBHAHA. OOHUM U3
TUIIMYHBIX IPIMEPOB 3TOT'0, II0 MHEHUIO aBTO-
poB, aBigerca Td, MOCKOJIBKY, HECMOTPS Ha
TO UTO OHA MOJKEeT OBITh M30JIMPOBAHHOII, BCE
JKe OOBIYHO acCOIMUPOBaHA C TPUCOMUAMU
21 u 18, npenemmenn 22qll1.2, cuHAPOMOM
Anaxunsa, cuagpomom CHARGE u apyrumu
HaCJIe[[CTBeHHLIMU 3abosieBaHUAMU. [lpyrum
npuMepoM MoKeT cay:kuTh ABK, xoTopwIit
accornuupyercsd ¢ tpucomueir 21 nau 18 6osee
yem B 50% cuayuaeB, HO TaK:Ke MOYKET ObITH
YacThI0 CHUHIPOMA reTepOTaKCUU, NUMEThCA Ha
(oHe ImEePBUUYHON NMUIMAPHON AUCKUHE3UH,
npu geneniuu 22qll.2 m apyrux genenusax,
a rak:ke cuagpome CHARGE [28].

YacToTa aHOMAJbHBIX KapUOTHUIIOB Y ILIO-
OB C TIOPOKaAMU CepAlla AOCTATOUHO BeJINKAa
u HaxoxuTcs B auamnaszoHe or 30 mo 40%.
Hexoropble KOHKPETHBIE KapAUOJOTUYECKUE
aHOMAJIMU Yallle aCCOIIMUPOBAHEI C XPOMOCOM-
HBIMHY 3a00JIEBAHUAMU II0 CPABHEHUIO C JPYTH-
mu BIIC. Tak, okasajgoch, 4YTO B IIEJIOM IIOPO-
KU Pa3BUTHUSA IIPABOH MOJIOBUHLI CePAIIA PerKe
acCOIMUPOBAHLI C AHOMAJIUAMU KAapUOTHUIIA.
C npyroii croponsi, ABK, mepumembpanos-
meie JIMIKII, Td, HOC ot IIFK m cunapom
T'JIOC uare cBA3aHBI ¢ XPOMOCOMHBIMU aHO-
mManuaMu y miroga [28].

B wusBectHOii mnybamkamum 2003 .
J.F. Harris u coaBT. mpeacTaBJieHbI IIOAPO0-
Hble JaHHBIE 0 YaCTOTE XPOMOCOMHBIX aHOMa-
JUP IpU KOHKPETHBIX u3oaumpoBaHHBIX BIIC
Y HOBOPOXKIeHHBIX. C yueTOM IleJi HAIIero
0030pa MBI XOTEJHU IIePBOHAYAJIBHO IIPUBECTHU
3/IeCh TOJBLKO JaHHBIE 9TUX aBTOPOB O UaCTOTE
BcTpeuaemoctu XA mpu Tex BIIC, xotopsie
CerogHs MOTYT ObITh JUATHOCTUPOBAHBI
B I TpumecTpe. OgHaKo aHaJIM3 JUTEPATYPHI
MOCJIeTHUX JIeT IOKAa3bIBAeT, UTO XOTS KOJU-
yecTBO TOB BIIC, KOTOpPBIE MOTYT OBITH AUA-
raEoctTupoBanbl B 11-14 Henm, mo-mipe:xHEMY
MeHbIlle, yueM B 19—-21 Hexm, — aTa pasHHIIA
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HEYKJIOHHO COKpalraercs. B KauecTBe 0JJHOTO
nmpuMepa npeacrtaBuM nybaumkamuio 2017 r.
1.B. KomapoBoit 1 coaBT. 0 paHHEN IuarHo-
ctuke A9 [29]. B ¢BA3U ¢ BBHIIIEUBIOKEHHBIM
MBI pemnuiau npuBectu B Tabs. 1 gamubie J.F.
Harris u coaBr. B mostHom Buze [30].

IToMuMO OCHOBHBIX TPUCOMUI, ITEJBIH PA
IPYTUX XPOMOCOMHBIX aHOMAJHUKN COIPOBO-
sknaerca BIIC. [Ina ux fMarHOCTUKU YiKe He-
00X0IMMO MCII0JIb30BaHME, HATIPUMED, TAKOTO
Tecta, Kak XMA. B 1mesroM, KaK OTMEYaroT
A. Abuhamad u R. Chaoui, o 7% maonos
¢ BIIC moryT nmeTrh aHOMAJBHBINA PE3yJIbTAT
XMA, mosoBuUHA U3 KOTOPBIX HPEICTaBJIAET
coboii mememuu 22ql1.2, a gpyras moJsioBuHA
BKJIIOUaeT APyrue pasHooOpasHble MUKPOIe-
Jenuu U MUKponymiaukanuu. Hamubosee pac-
OIpoCTpaHeHHBbIE CHUHAPOMBI MOHOTEHHBIX
HapyIlIeHui, accornuupoBanusnie ¢ BIIC, BKiio-
yator cuuaapom Kadoyku, cuagpom CHARGE,
cuaapoM HyHaH ¥ IepBUUYHYIO MUJINAPHYIO
nuckuaesuio. Crektp BIIC npu aTux cuHApPO-
MaXxX AOCTATOYHO ITHUPOK. Tak, Ipu cuHIAPOME
neneruu 22ql11.2 (cumgpom u [I:xopm:Ku)
MOTYyT HaOJIOJATLCS MepepbiB AYIrU aOpPThI,
areHesmsa KJjalaHa JIeTOYHOW apTepuwu,
(KpUTHUYECKU CTEHO3 UJIN) aTPE3Us JIETOUHOM!
aprepuu, OOIIUI apTepUaabHBIN CTBOJ, T
M IIpoure KOHOTPYHKAJbHLIE AHOMAJIUMU.
Oo6napy:xenue AIIIIA Taxike yBeJIuUYMBaeT
puck sroii meneruu. Cuagpom geaenuu 1p36
B HACTOsAIIlee BpeMsdA IPU3HAH BTOPOI HambO-
Jiee PACIIPOCTPAHEHHOU Jejeliueil y yeJoBeKa
mocJe genernuu 22ql11.2. Ilpu HeM TakKe 4ua-
CTO BCTPEYAIOTCA IIOPOKU CePAIla B COUETaHUU
C UYepemHLIMU U JUIEBbIMH aHOMAJUAMMU.
CepmeuHble aHOMAJUU OOHAPYIKUBAIOTCH
B 70% cayuaeB cMHIPOMA U BKJIIOUAIOT IITXPO-
Kuii crieKTp AedeKTOB, Ualle BCero 3To nedek-
Tl II€PeropoaKM, KJallaHHbIe AaHOMAJIUU,
A3, Td, 1OC ot ITIK [28].

TakuMm 00pasoM, HECMOTPS Ha OIpeJeJieH-
HbIE CJIOKHOCTH BuU3yaausanuu B I TpumecTpe,
BBIABJIEHIIE OTKJIOHEHUI OT HOPMAaJbLHOT'O M30-
OpaskeHUA CEPIAEeYHO-COCYIUCTON CHUCTEMBbI
MOJKEeT CYIIIeCTBeHHO IIOMOYb B (POpMHpPOBA-
HUU TPYIObl PUCKA HATUYUSA Pa3sHO00pa3HOi
XPOMOCOMHOM HATOJIOTUM, IPUYEM HAaJeKO He
TOJILKO OCHOBHBIX TPUCOMIIA.
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Tao6auna 1. KosimuecTBO HOBOPOXKJEHHBIX C BEIABJIEHHBIMY XPOMOCOMHBIMY aHOMAaNINAMY (XA) B 3aBHCHUMOCTH
OT TUIIA TOPOKa cepalia (Toabko nsonuposanusie BIIC) (o [30])

Table 1. The number of newborns diagnosed with chromosomal abnormalities dependent of the heart
malformation type (only isolated malformations) (quoted from [30])

Yacrora XA, %
CepaeuHo-cocygucTas aHOMAJINSA Frequency of
Heart malformation chromosomal
abnormality, %
D-Tpancnosunua MarucTpalbHBIX apTepuii / D-transposition of great arteries 0,9
(Kpurnueckui CTEeHO3 uIm) arpesus JIETOYHO apTepuu ¢ UHTAKTHON 2,0
MEJKIKeIyJOUKOBO IeperopogKoi
Pulmonary atresia without ventricular septal defect
ToTanbHBIN aHOMATBHBIN APEeHAK JIETOYHON BEHBI 4,1
Total anomalous pulmonary venous connection
JMIIII + cTeHO3 KJamaHa JIETOYHOU apTepUn 4,2
Atrial septal defect + pulmonary valve stenosis
CuuapOoM I'MIOIIA3UY JeBRIX oTAes 0B cepaiia / Hypoplastic left heart syndrome 4,3
ATpesus Tpukycnugaabuaoro Kiaamana / Tricuspid valve atresia 4,3
CreHos KJamaHa Jierounoi aprepuu / Pulmonary valve stenosis 4,3
O6muit aprepuaiabHbiil cTBoa / Common arterial trunk 4,4
CreHo3 aopTrajbHOro KJiaamana / Aortic valve stenosis 4,5
Ilepepsis gyru aoptsl / Interrupted aortic arch 5,8
Anomanua I6mreiina / Ebstein anomaly 6,8
Koapxramnus aopter / Coarctation of aorta 7,4
Enuncreenublil skenygouex / Single ventricle 9,0
IMIKII + xkoaprTamusa aopTsl / Ventricular septal defect + Coarctation of aorta 9,2
Terpana @asmo / Tetralogy of Fallot 10,3
IOC ot II3K / Double outlet right ventricle 12,6
IMIKII / Ventricular septal defect 18,2
ATpuosenTpukryasapHbIi KaHax / Atrioventricular septal defect 68,4

ITouck mapkepoB reHeTHUYECKOMH
MATOJOTHH IIPU 00CJIeTOBAHUY TepeaHen
OPIOLIHOM CTEHKH, OPTaHOB OPIONIHOM
MOJIOCTH U MOYEBBIeJIUTEIbHON CHCTEMbI

K apyrum amomaaumsaAM u 0OCOGEHHOCTSAM
BU3yaJIN3alliy BHYTPEHHUX OPTaHOB, TaKIiKe
BBICTYNAIOIIUM B KauecTBe MapKepoB aHey-
mIouauii mpu obcaemsoBanuu B 11-14 Hen, oT-
HOCSAT IIOPOKU PA3BUTUSI MOUEBBIAEJIUTEIbHOMN
cuctembl. Tax, A. Abuhamad m R. Shaoui
B pykoBogcTBe 2017 r. oTMeuaioT BU3yaJu-
3aIMI0 THUIIEPIXOTeHHBIX IMoueK B 12 Henm re-
cranuu y mjaoja ¢ Tpucomueir 13, a Taxike
MPUBOIAT IIOBBIIIEHNE 9XOT€HHOCTU KUIIeU-
HHUKa B KadyecTBe Mapkepa Tpucomun 21 [1].

B pexomenganuax ISUOG oTcyTCTBYIOT
JTaHHbIE 0 HEOOXOAMMOCTH OIEHKU KUIIeUHN-
Ka u ero sxoreaHoctu. O6s3aTeIbHOIT, B CBOIO
ouepenb, ABIAETCA OIeHKAa HAJINUNA 00eUX I10-
YyeK, OOHAKO, HECMOTPs Ha OIpelesieHle UX B
HOpME KaK CTPYKTYp “HeckoabkKo (slightly)
9XOTeHHBIX”, KPUTEPUI IIOBBLIIIEHUS UX 9XO-
TeHHOCTH KaK MapKepa aHeYIJIOUAWUUW B IAH-
HOM IIPOTOKOJIE OTAEJIbHO He YKasbiBaeTcs [ 18].

TpagunnoHHO HaJIuune Meraucruca (yBe-
JUYEHUS MOUEBOTO IIy3bIPs 10 7T—15 MM) cBs-
3BIBAIOT C yBesinueHueM 10 25% pucka obHa-
PY/KeHHUA aHeyIJIouauil u Hambojaee 4acTo —
TpucoMmuit mo 13- m 18-ii xpomocomam.
ITpu sToM mpu pasMepe MOUEBOTO IIy3bIPA
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0osee 15 MM cJieyeT 3armogo3pUTh O00CTPYK-
TUBHYIO IPUYNHY ero (DOPMUPOBAHUS, a PUCK
00HAPY:KeHUS aHEeYILJIOUANY IIPU 9TOM COCTaB-
aser okoJsio 10% [31]. Oguako C. Kao u co-
aBT. B uccaemopanuu 2021 r. oTrmeuarT, UYTO
M30JINPOBAaHHOE yBeJIMUeHe MOYEBOI'0 ITy3bI-
pA ABJAETCS MeHee CTPOTUM MapKepoM aHey-
MJIOUINIE, YeM CUNTAJIOCH paHee (cpenu 98 mio-
JIOB C METAIMCTUCOM aHeYIJIOUANY ObLIN O0HA-
pyxeubl y 12% ), 1 ©30IUPOBAHHOE €TI0 YBEJIN-
yeHne A0 12 MM accoIMUpPOBAHO ¢ 0JIArOIpPH-
AtabIMEU ucxonamu [32]. Tem He MeHee B HACTO-
Amree Bpema B pexomenganuax ISUOG mo-
mpeKHeMY MaKCUMAaJbHBIM ped)epeHTHBIM
3HAUEHWEM pasMepa MOUeBOro My3bIpA Y ILI0Aa
B I TpuMmecTpe ABasercsa 7 mm [18].

B pamHux paborax N0 wuCCJIETOBAHUIO
MapKepoB XpPOMOCOMHBIX anomaauni (2000—
2004 rr.) oTmeuaeTcA, YTO HOBBIIIEHUE DXO-
TeHHOCTH IIeTeJb KUIIeUHNKA Y TJI0Ja MOYKET
OBITH acCOIIMMPOBAHO C OOHAPY:KEHUEM XPO-
MOCOMHBIX abeppaliuii 1 ABJISIETCA ITOKa3aHM!-
€M K IIPOBEIeHUI0 WHBA3WBHOIN AUATHOCTUKU
[33, 34]. B meraananausze 2021 r. A. D’Amico
¥ COABT. OTMEUAIOT, YTO X POMOCOMHBIE aHOMA-
Jauu obHapy:KuBawTca y 3,3% IJIOAOB ¢ U30-
JUPOBAHHBIM HAJUYUEM TUIEPIXOTEHHOTO
KulleuyHnKa (B OCHOBHOM cuHApoM J[layHa
U aHOMAJIUH IIOJIOBBIX XPOMOCOM), UTO CJIELY-
€T YYUTHIBATh NPU OOHAPYKEHUU TaHHOTO
Mpu3HaKa U NPOBOAUTH JeTaJbHOE M3yUeHUe
aHaToMuu II0a Bo BpeMa Y3U. ABTopHI IO~
YEepKUBAIOT, UTO 60JIee YacTo JaHHBIN TPU3HAK
obomapy:xuBaerca npu ¥Y3U II Tpumectpa, oa-
HaKo, 110 MHEHUIO aBTOPOB, €TI0 BU3yaIU3aIU
OOTEHIINAJILHO Bo3MoXKkHa 1 B I TpumecTpe [35].

Hanuume ompasomnene TakKke dABIAETCS
MapKepoOM XPOMOCOMHBIX aHoMaauii B I Tpu-
mecTtpe [4, 36].

Tak, A. Khalil u coaBT. B cBoeii paboTe OT-
MeuaioT, YTO HaJimure oMpasaoiiesie ¢ 60JIbIIO0H
BEPOATHOCTHIO YKA3hIBAET HA HAJIMUME XPOMO-
coMHBIX abeppanuii: y 53,8% miaomos ¢ ompa-
JiolleJie aBTOpPaMu ObLIMW BBHIABJIEHBI HapyIle-
HUA KapuoTuia, Hambojiee 4acThIM U3 KOTO-
PBIX cTajio OOHApY:KeHue TpucoMuu 1mo 18-i
xpomocome [37]. X. Shi u coaBT. B cBoOeii pabo-
e 2021 r. oTMeuarwT, UTO IPU COYETAHUU
omMdaJsoresie ¢ IPYrUMHU IIOPOKAMU PA3BUTHUA
pUCK O0OHApPYKeHUA XPOMOCOMHBIX aHOMAJIUIA
yBesnnuuBaercsd ¢ 4,3 10 39,7% [38].

TakuMm 06pasoM, yCTOABIIUMUCA MapKepa-
MU XPOMOCOMHBIX AHOMAJHUM IIO-TIPEeKHEMY
SABJIAIOTCA MeramucTuc u omdaJsiornese, HAJIUA-
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yme KOTOPBIX, 0COOEHHO B COBOKYIIHOCTH C APY-
TMMU aHOMAaJUSAMU, SBJIAETCSA KPUTEPHEM
Ui HasHAUEHUs WHBA3WUBHOM AUArHOCTHUKU.
Tak:ke, HeCMOTPA Ha TO UTO TaKue MPU3HAKH,
KaK TUIepIXOTeHHbIe MOYKKU W TUIIePIXOreH-
HBIM KUIIIEUHUK, 00JIee XapaKTePHbI IJIA Auar-
HocTuku BO II TpuMmecTpe, Bu3yanmsanusa Ux
B I TpumecTpe TakiKe MOKeT ObITh BO3MOXKHA,
YTO CJeAyeT YUYHUTHLIBATH IIPU OIEHKE DPUCKA
aHeyIJIOUINN.

Oco0eHHOCTH JUIEBBIX CTPYKTYP KaK
MapKepbl TeHeTUYEeCKOI MaTOJOTHH

BaXHBIM U yCIEITHO UCIIOJIb3yeMbIM B Ha-
CTOAIIee BpeMA MapKepoOM XPOMOCOMHBIX aHO-
MaJui ABJIAETCS XapaKTep BU3yaau3alui HO-
coBOi KocTu. VI3BeCTHO, UTO OTCYTCTBUE WU
CHUKeHUe ocCUu(pUKAIMU HOCOBOI KOCTHU CUU-
TaeTcAd XapaKTEePHBIM MapKepoM CHUHIDPOMOB
Hayua, 9aBapaca u Ilaray [5, 6]. [Tomumo uc-
cjIeJOBaHUA KapUOTUIIa, B HACTOAIIEe BpeMs:
MIPOBOAUTCA WCCJIEIOBAHNE B3aUMOCBA3U aHO-
MaJInii HOCOBOU KOCTU M HAPYIUIEHUH IIPU MU-
KPOMATPUUYHOM XPOMOCOMHOM aHaJau3e, Jato-
memM nHGOPMAIUIO 0 00JIee IMIUPOKOM CIIEKTPe
reHetTnyeckux Hapymenuii. Tak, H. Li u co-
aBT. o0cisemoBaan 320 NIOLOB ¢ anIasueil nin
TUIOIIa3neil HOCOBOM KOCTH (aBTOPHI UCIIOJIb-
30BaJId 0000IAIOIINIT TEPMUH “aHOMAIUSI HO-
COBOII KOCTU”, €CJIU MMeJI0 MECTO OTCYTCTBUE
WJIN TUIOILIA3usA HOCOBO# Koctu). B 9,6%
caydaeB B I TpumecTpe OBLIU BBISBJIEHBI XPO-
MOCOMHbBIE aHOMAJINU, CAMOM YacTOM M3 KOTO-
PBIX ABJAJNACh TpucoMus mo 21-if XpomMocoMe.
W3 Hux 6,45% ABIAINCH, M30JUPOBAHHBIMU,
93,5% — coueranuch ¢ IPYTUMU aHOMAJUI-
MU, TakumMu Kak yBenuueHue TBII, perpo-
TPagHbIi KPOBOTOK B BEHO3HOM IIPOTOKE,
eIVHCTBEHHAsA apTepusA NYHOBUHBI U ApP. IIpu
nmoobcaenoBanuu Bo Il TpumecTpe aBTOPHI BbI-
SABUJIN XPOMOCOMHBIe aHoManuu y 27,8% 1wio-
JIOB C aHOMAaJUSAMM HOCOBOII KocTu. TaK:ke B
29 cayuyaax OblLIum OOHApPYsKEHBI Bapualluu
yrcJia KOMUM TeHOB 0 TUIY HaTOJOTUYECKUX
Jejelluii W OYNJIUKAIUil, KOTOPble MOTYT
SABUTHCS MOKA3aHUAMU K IIPepbIBaHUI0 Oepe-
mMeHHOCTH [39].

ITocsne Busyanusamuu HOCOBOIM KOCTH IPU
TaJbHEHNIIIEM OCMOTPE JHIEBBIX CTPYKTYP
OI[EHUBAIOT COCTOAHWNE BEPXHEH UYeJIIOCTH.
Tak, HaJIUYMe ee PaCIIeJUHbI U YaCTO COMYT-
CTByIOIIIasA el pacilesjinHa BepxHel ryobl Mo-
TYT CIAYKUTh MapKepaMu CUHAPOMAa JiBapaca
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u Ilaray [4]. Tak:Ke MOKeT OTCYTCTBOBaThb
BEPXHAA YEJIOCTh Jin60 HAOJII0IaThCA PETPO-
THATUA Y IIJIOIOB ¢ Tpucomueli mo 13-t xpomo-
come [4].

TaksKe pAJ aBTOPOB CUUTAIOT, UTO CJIELYET
obpaIaTh BHUMaHWe Ha pPAJ IPU3HAKOB, U3-
HavYaJbHO MPEIJIOKEHHBIX AJA WMCIOJIH30Ba-
Huda Bo Il TpuMecTpe, TaKUX KaK AJMHA HOCO-
BOII KOCTH, TOJIIIIWHA IIPEeHAas3aJbHON TKAaHU,
a TaKKe W UX OTHOIIEeHUEe, MaKCUJJIIPHO-
MaHAMOYIApHBIA yroa (maxilla-nasion-man-
dible angle), nunusa sunesoro npoduisd (facial
profile line), agucramnusa JuIeBOro mpPoduIa
(profile line distance) u orHOIIIEHUE TIPE(HPOH-
TamrbHOTo IpocTpaHcTBa (prefrontal space
ratio — PFSR).

HawubGoJiee mokazaTeabHBIMU B I TpuMecTpe
OKasaJIUCh AJMHA HOCOBOW KOCTH U MAaKCUJI-
JSAPHO-MaHAMOYIAPHBINA yroa. VX Mcmoan30-
BaHUe II03BOJIAET C BBICOKON BEPOSATHOCTHIO
MIPEAII0JIOKUTE TpHucOoMu0 21, MUKPOTHATHUIO,
a TaK’Ke pacIleJIMHbI JIUIeBoro ckeyera [40].
Taxk, I. Tekesin u O. Graupner moxasajau, 4TO
cpefHUMEe 3HaUEeHUA MAKCUJJIAPHO-MaHIU-
OyJISPHOTO yIJia y ILJIOAOB ¢ Tpucomueii 21, 13
u cuagpomoMm IllepermeBckoro—TepHepa 3HAa-
YUTEJIbHO BBIIIIE HOPMbI, ¢ HAMOOJBIIIUM II0-
kKazaresem npu cuHapome Ilaray. Ilpu nman-
HOM HapYIIeHUU KapuOTUIla YaCTOTa BHIABJIE-
HUA YBeJIUYEHUS MaKCUJIIAPHO-MaHAUOYIAP-
Horo yria gpocturaia 60% [41]. IIpu omeHke
3HAYMMOCTH TaKWX MapKepoB, KaK HUKHUI
aunesoit yroa u PFSR, I. Tekesin u O. Gra-
upner mMoKasaju, YTO U3MepeHue MePBOTo Mo-
KasaTejls UMeeT [OOCTAaTOUYHYIO 3(pdeKTus-
HoCcTh B I TpumecTpe, yKasbIBad Ha HaJUUUe
peTporHAaTHM, XapaKTepPHOI I HEKOTOPBIX
aneymiounuii. Bmecre ¢ tem PFSR He umesno
IOCTATOUYHOT'O IIOPOTOBOT0 3HAUEHUA MAJIA BBI-
ABJsIeMOCTH Tpucomuu o 18- u 21-if xpomo-
coMam, UTo He I03BoJIsAeT 9Q)GEeKTUBHO UCIOJIb-
30BaTh ero B I rpumectpe [42].

CienyeTr OTMETHUTD, YTO UCIIOJIb30BAHNE BbI-
IIeTnepevncJaeHHBIX MaPKEPOB 3aUaCTyIO IPe-
CTaBJIsIeT TeXHUUYECKUe TpyAHOCTU. BeposaTHo,
B CBABU C 9THUM OHU He MOJYUUJIU IIUPOKOTO
pacupocTpaHeHusd.

TakuMm 06pasom, B OlleHKE PUCKa aHEYILIO-
UIUU TIePBOOUYEPEIHBIMU ABJIAIOTCA BU3YaJU-
3allus HOCOBOM KOCTHU, OTCYTCTBUE KOTOPOIi,
OoOMUMO “OCHOBHBIX” aHEYILIOUAWI, MOKEeT
OBITH U MapKepoM APYTuX 6ojiee PEIKUX XPO-
MOCOMHBIX aHoManuii. Takske 1esmecoodpasua
OIleHKa COCTOAHUSA JIUIEBLIX CTPYKTYP Ha Ha-

JuYmne pacilejnH, KoTopble B I Tpumectpe,
B TEePBYIO ouepelb, I1eJ1eco00pPasHO paccMAaT-
puBaTh UMEHHO B KauecTBe MapKepoB XPOMO-
COMHOI ITaTOJIOTUH.

AHoMaanu 1 0COOEHHOCTH
CTPOEHUA TPYTHOM KIETKH,
IIO3BOHOYHHMKA 1 KOHEYHOCTEel

WccnenoBanme BHEYEPENMHBIX KOCTHBIX
CTPYKTYP TaK’Ke MMOTEeHIIMAJbHO MOYKET OBITH
WCIIOJIb30BAHO B MPOTHO3UPOBAHUY PUCKA XPO-
MOCOMHBIX aHOMaJuii. B smreparype omuca-
HBI TaKue MapKepbl, Kak spina bifida tupu
TpucoMuu 18, a TaKKe MHOKE€CTBEHHBIE Map-
Kephbl MOHOTEHHBIX MYTaIUi: yKOPOUeHUe
0epeHHOI KOCTU, aHOMAJUU TO3BOHOUHUKA
[19, 43]. A. Achter u coaBT. onucaau HOMIOJI-
HUTeJbHLIE BO3MOJKHBIE MATKNE MapKepbl
Tpucomuii. IIna curapoma JlayHa aBTOpamu
ObLIU BBIJEJIEHBI TAKME M3MEeHEeHUA, KaK YKO-
poueHMe HOCOBOI KOCTH U BepxXHeI UeJioCTH,
yBeJIUYeHre BbICOTEI OPOUT, KOJIOKOJIO0pas3Hasd
rpynHas KJeTKa, IJA CHUHApoMa IaBapiaca —
yBeJIMUeHNEe HAKJOHA KJIIOUHUI], YMeHbIIeHUe
KoJudecTBa pedep, KOJIOKoJ00pasHasd IrpyaHas
KJIeTKa, AJsa cuHapoma Ilatay — yBenumueHwme
HaKJOHA KJIOUUI], YMeHbIlIeHue uncja pebep,
yBeJIMUYeHue BLICOTHI T1asHull. Cienyer orme-
TUTDb, UTO AJISI TUATHOCTUKU ABTOPHI UCITOJIb-
30BaJI IOCMEPTHYIO PEeHTreHorpaduio 1 B 3a-
KJIFOUeHUU CBOel paboThl yKa3bIBalOT HA HE00-
XOIUMOCTD JOMOJHUTENHHO U3YUYUTH BO3IMOIK-
HOCTH II€PeHOCa MOJYUeHHBIX UMY JaHHBIX Ha
VABTPa3BYKOBYI0 METOAUKY U BePOATHBIE
orpaunyeHus. OUeBUIHO, UTO OOJILIIIUHCTBO
U3 MPEeJIOKEHHBIX JOMOJHUTEIbHBIX MATKAX
MapKepoOB MOKET ObITh UCIIOJb30BAHO TOJBKO
Bo IT TpumecTpe, XOTA HEKOTOPBIE U3 HUX, 110
MHEHHIO aBTOPOB, MOT'YT OIEHMBATLCSA B Pam-
Kax ckpunuura B 11-14 Hexm, B uacTHOCTH
JUINHA HOCOBOII KOCTH, BEpPXHEHN YeJI0CTHU
¥ BBICOTaA OPOUT, YKAa3bIBa€Mble aBTOPAMH KaK
HauboJjiee MEPCIEKTUBHBIE AJA AUATHOCTUKU
Tpucomuii [44].

K aHomanuaM pasBuUTHS KOHEUHOCTEMH, ac-
COIIUUPYEMBIM C AHEYILJIOUAUSIMU, OTHOCAT,
peske BCEero, MOJUAaKTUINIO IIPU CUHIPOME
ITaray, oTcyTcTBUE JIy4eBBIX KOCTEI U Jyde-
BYIO JWCILJIA3WI0 IIPU CHUHApPOME OIiBapjca,
a TaK:Ke YKOpoueHUe GeIPEeHHBIX KOCTeH Ipu
MOHOTEeHHBIX HapyuieHusax [43].

TakuM 00pa3oM, B HACTOSIIlee BpeMs JIUIITD
YacTh U3 YKA3aHHBIX BBINIE MAapPKEPOB MOKET
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OBITH yUTEHAa B IIPOTHO3UPOBAHUY PUCKA aHey-
mirounuu y miaona B I rpumectpe. Tak, Hampu-
Mep, OIleHKa (pOpMBI I'PYAHON CTEHKHN BXOJIUT
WCKJIIOUNTEJILHO B PACIIUPEHHBIN ITPOTOKOJ
ckpuHuHra 11-14 Hex mo peKOMeHIAIIUAM
ISUOG, Tak:ke B JaHHOM IIPOTOKOJI€ HET UeT-
KUX YKasaHul, KaKkue BapuaHThl U3MEeHEHUS
(opMBI TPYAHON CTEHKH MOTYT OBITH OOHAPY-
sxKeHsbI [18].

TpebyioTca pmaabHeHIINe KCCIeI0BAHUA
IJIs YTOUYHEHUSA BO3MOXKHOCTH NPUMEHEHUS
“criopHBIX” MapKepoB B IpaKTUKeE.

3azepsKKa pocTa IJIoa KaKk MapkKep
TeHEeTHYEeCKOM IaTOJOTrNu

3agep:xka pocra miaoga (3PII) mosxer OBITH
MPU3HAKOM HE TOJbKO IJIAIleHTapHOUN Hemo-
CTaTOUYHOCTU, HO M aHOMAJHUI KapUOTHUIIA.
Tak, L. Engelbrechtsen u coasT. B cBoeii pa-
6ore 2013 r., IOCBAINEHHON IUATHOCTUKE
TPUILJIOUAUU, IPEAJIarajau 3al0f03PUTh IIaTO-
JIOTUIO TIPYU PA3HUIIE CPOKOB 0 (DETOMETPUU U
M0 TepBOMY MHIO TMOCJeIHel MeHCTPpyaIluwu,
cocTaBgionyo 6osiee 2 mueit [45]. Ommako
camo ucnosb3oBanue repmuHa 3PII B I Tpume-
CTpe BBHITJIAAUT B HACTOSAIlEEe BPpeMsa JUCKYTa-
0eJIbHBIM, TaK Kak uMeHHO 1o KTP onpenesnsa-
eTcsa cpok OepemenHocTu npu Y3U B 11-14
Hen [3]. Tem He menee B pabore 2019 r.
M.A. Lugthart u coaBT. TaHHBIN AUATrHO3 BhI-
craBasancAa npu 3HaueHuu KTP menee 5-ro
MEPIEHTUJIA, U3MEPEHHOr0 MPU HECKOJbKHUX
ucciaenopanuax ¢ 10-it mo 12-10 Hexmeso 6epe-
MEHHOCTH U IIPW B3HAUEHUU OKPYIKHOCTHU
JKUBOTa IIJIOZA MeHee H-TO IepIeHTUJS IIPU
uccjaeqoBaHuu mocje 12- Hemenu OepeMeH-
HOocTHu [46]. HakoHeIl, XOTA B pEKOMEHIAITNAX
ISUOG uetr ¢popmynupoBru “3PII B I Tpume-
crpe”, B HUX orMmedaercsd, uro KTP mpu tpu-
mwiIougum u Tpucomuu mo 18- xpomocome
ABJsAETCA “YMEHBIIIEHHBIM, UYTO CJIENYeT YUM-
THEIBATH IIPU OIlEHKE APYTUX IIapaMeTpPOB CKPU-
"HuHTa [18]. HIa AUTMHUYECKOU TPUILIIOUINN
"Hasmmume 3PII ¢ BeIpakeHHOU pasHUIEN MeK-
Iy OKPYKHOCTAMM TI'OJIOBBI 1 KUBOTA B I Tpu-
MecCTpe ABJIAeTCA TUINYHBIM (DEHOTUITTYECKUM
nposBieHueM, BcTpedaromumcsas B 80—-90%
ciayuaes [45, 47].

Taxkum o6pas3oM, IPU BBLIABIEHUU HECOOT-
BercTBus KTP u cpoxa 6epeMeHHOCTH, a TaK-
JKe IIPU COXPAHAIEMCS OTCTaBaAHUM IIPUPO-
cra KTP B xome muHaMUYecKoOro HaOJOLeHU A
1eJsiecoo0pasHo MPOBecTH 0oJjiee TIATeJbHOE

78

uccJieIOBaHWEe CTPYKTYP ILIOAA M MCKJIIOUUTH
IPyryue BO3MOKHBIE NPU3HAKM, YKAa3bIBAO-
mue Ha HaJIWYWe aHOMAaJWN KapuoTuia.
AmnanornuHasa peKOMeHIaIlus IpeacTaBeHa
u B pexomeHgamuax ISUOG: ciaemgyer oGpa-
math BHuUMaHue, ecau KTP Mmeubie, uem
OJKHIAETCA C YUETOM Pe3yJbTaToB 6oJiee pam-
HUX mccyaemoBanuii [18].

IlynmoBuHa: aHaTOMHUYECKHE
U reMOAMHAMUYECKUE HAPyIIeHU

Takue aHOMAJIWKW Pa3BUTUS ITYIMIOBUHEI,
Kak exmHcTBeHHasa aprepus (EAII), xucTbl
MyHOOBUHBI, MOTYT HAOJIOJATHCA y IJIOAOB
C HapyIeHNeM KapUOTHUIA 10 TUIY TPUCOMUU
mo 18-it u 13-it xpomocomam [1].

Kucra nynmoBuHBI ompenenseTcs, IO IaH-
HeIM F. Ghezzi u coaBT., KaK TOHKOCTEHHOE
o0pasoBaHMe IIYHOBUHBI, KOTOPOE UYETKO
IuddepeHIUPYyeTCsa C MKEJTOUHBbIM MEIIKOM.
ABTODBHI HCcIeoBaIN 3HAUEHUE JaHHOTO IPU-
3HaKa B AMAarHOCTHMKE XPOMOCOMHBLIX aHOMAa-
JIUM U B OLleHKe MIPOTHO3a IJIA TeueHus Oepe-
meHHOcTH. IIpu mccaemoBanuu B I TpumecTpe
cpenu 1159 manueHTOK KHCTHI ITYIOBUHBI
ObLTu 00HapY:KeHbI B 2,1% ciiyuaes, Ipu 9TOM
eIMHUYHbIe KUCTHI ObLIN 00HAPYKeHbI B 1,5% ,
MHOKecTBeHHBIEe — B 0,6% . BoLi1o BeIABIEHO,
YTO eIUHUYHBIE KUCThI He OBLJIN acCOIMupoBa-
HBI HU ¢ HeGJIarONpUATHBIMU HCX0oqaMu Oepe-
MEHHOCTH, HU C XPOMOCOMHBIMU AHOMAJIUA-
MU, TOTJa KaK IPU HAJIUIUU MHOMKECTBEHHBIX
KucT B 83,3% ciayuaeB oTMeuaanuch HebJIaro-
MIPUATHBIE UCXOMABI, & TaAKKe OBLIYN BHISABIEHBI
cayuau tpucomuu 1mo 18- xpomocome. Ciie-
IyeT OTMETHUTb, YTO IIOKazaHWeM K aHaJu3y
KapuoTuia B JAaHHOM HCCJEJOBAHUU SBJA-
JIOCh COUeTaHWe MHOKECTBEHHBIX KUCT IYIIO-
BUHBI C APYTEMH MapKepaMH XPOMOCOMHBIX
aHoMmanuii, HanpuMmep ¢ yBeaumuenuem TBII,
TeM He MeHee aBTOPHI pabOThI B 3aKJIIOUEHUU
YKa3bIBAIOT, YTO HAJUYNE MHOKECTBEHHBIX
KHCT ITYIIOBUHBI ACCOITUUPOBAHO C YBEJINUEHU-
eM pucka aHeymouauu y miozaa [48]. B pabo-
Te 2023 r. Y. Qian u coaBT. uccaeqoBaIn Ka-
pUOTHN TJOAOB W mpoBomuaum XMA cpenu
45 mamueHTOK, Y KOTOPBHIX IO JaHHBIM ¥Y3U
OBLLIM BBIABJEHBI KUCTHI IIYIOBUHBI y ILIOAA.
ITaTosmornuecKkue BapUaHTBI XPOMOCOMHBIX
abepparuii ObLIU 00HapPy KeHbl B 4,4% ciyua-
€B, JaHHYIO KOTOPTY COCTaBUJIU TAIMEHTKH,
YV KOTOPBIX JaHHBIN MPU3HAK OBbLI 00HAPYKEH
B I Tpumectpe [49]. Tem He MeHee omy6Jiu-
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bynaHosa M.M. n coaBrT.

KOBaHO 0OJIBIIIOE KOJUYECTBO paboT, KaK HucC-
cJIeJOBaHUM, TaK W KJIMHUYECKUX CJIydaes,
YKasbIBAIOIUX Ha TO, UYTO HAJIUYUE KUCT IIyII0-
BUHBI, 0COOEHHO M30JUPOBAHHBIX, TO €CTh HE
COYEeTAIOIIUXCA HU C OAHUM JPYTUM 3HAUUMbBIM
Mapkepom, Hampumep yBeaudenuem TBII uianu
OTCYTCTBMEM HOCOBOI KOCTH, HE CJIeyeT pac-
cMaTpuBaTh B KaueCTBe CAMOCTOATEJIbHOTO
MapKepa XPOMOCOMHBIX aHoManauit [50—52].
TakuMm 06pasom, B HACTOAIIEe BPpeMs JaHHbIH
MIPU3HAK ABJIAETCSI KOHTPABEPCUBHBIM, U Tpe-
OyroTCA JasbHENIe NcCaeJ0BaHUA I OIpe-
IeJIeHUsA ero 3HAUeHUsA B BBISBJIEHUU PUCKA
XPOMOCOMHBIX aHOMAJIUH Y ILJI0A.

OmeHKa KOJIMYECTBA apTepPUil HYIOBUHBI
BXOJIUT B PACIIVPEHHBIN ITPOTOKOJ CKPUHUH-
ra I TpumecTpa, COTJIAaCHO PEeKOMEHIAI[MAM
ISUOG [18]. B cBoeii pabotre 2015 r. T. Van
Mieghem u coaBT. cumratorT Hamuuue EAII
“rgpacHbIM (harom”, yKasbIBAIOIINM Ha BBICO-
KUl PUCK COIYTCTBYIOIIMX aHOMAJUHA pasBU-
tua miaoxa [53]. C. Martinez-Payo u coasr.
OIleHWBaJIM AAaHHBIN npusHakK B I TpumecTpe
Ha BbIOOpKe u3 10 008 6epeMeHHBIX. ABTOPaAMU
OnL1a oouapy:kena EAII B 1,1% cayuaeB npu
ONHOMJIOAHON OepeMmenHOocTu. Ilpm sTOM
B 17,6% cayuae EAII 6bliu BBIABJIEHBI CO-
IMyTCTBYIOIIE aHOMAJUU: TTOPOKU PA3BUTHUA
cepamna, ypenuuenue TBII, anomanuu auie-
BOTO cKejleTa U Jp. ¥ YacTU IJIOJOB AAaHHOI
TPYNIBI OBLIM BIOCJEACTBUU OOHAPYKEHBI
aHOMaJINU KapUOTHUIIA, B YaCTHOCTHU TPUCOMUU
mo 13-i1 m 18-it xpomocomam, moHocomusa XO
[54]. B pa6ore M. Nakamura u coaBT. aBTOpa-
MU TaKsKe Obljla OTMeUeHa B3aUMOCBA3b MEK-
ny BoiaBaenueMm EAII B I tpumecTpe u Hamu-
YyeM CONYTCTBYIOIIMX AaHOMAaJUil Pa3BUTHUA
miona (IOpoKoB cepAra, passutua ITHC, Ko-
HEYHOCTeI, MOUEeBBIAEeJIUTEJIHLHON CHUCTEMBI).
OmHako B JaHHOU paboTe He OBLIO MOKa3aHO
yeTKoO cBA3u EAII ¢ XxpoMOCOMHBIMHU aHOMA-
JUAMU: TOJBKO Y OJHOTO ILJIOJA U3 AAHHOI
TPpyInbl OBLJIO BBHIABJIEHO HapyIIeHWE Kapuo-
tuna [55].

Takum ob6pasom, oOHapyskeHue EAII
B I TpumecTpe caemyerT paccMaTpuBaTh Kak
MapKep HAJUYUA CONYTCTBYIOIINX aHOMAJUHA
pPasBUTHUA IIJIOA, UYTO, B CBOIO OUepPe b, TPedy-
eT UccJieJOBaHUSA KapUOTHUIA, OMHAKO BEePOAT-
HOCTh HaJUUYUA XPOMOCOMHBIX abeppariuii
npu EAII aBasieTcsa cpaBHUTEJIBbHO HUSKOM.

Cpenu wuccienyeMblXx ITapaMeTPOB TaKiKe
MIPUHUMAIOT BO BHUMAaHUE IMOKa3aTeJu KPOBO-
TOKa B apTepuu NOymoBWUHBI B I TpumecTpe

o6epemennoctu. N. Prodan u coast. B 2019 r.
IpOBeJN OLeHKY Ha BbIOOpKe 13 4591 ommo-
miIogHoI 6epemMenHocTy U B 91 cayuae BBIABU-
JIX1 XPOMOCOMHEIE aHOMaJUU (TPHUCOMUU IIO
21, 13, 18-ii xpomocoMaM ¥ TPUILJIOUIUU).
ABTOpBI TOKAasajgu, YTO B TIPYIIe IIJOI0B
C HOPMAaJIbHBIM KapPUOTUIIOM CPEeIHUIH IyIbca-
nuoHHbIT mHAEKC (IIM) aprepynu mymoBUHEBI
cocraBua 1,55, Torma Kak B I'pymme C aHey-
IJIOUAUSAME, a UMEHHO, ¢ cuaapomom llayHa,
JAaHHBIN IIOKasarTeJyb cocTaBui 1,42, uro oKa-
3aJI0Ch CTATUCTUYECKU 3HAUNMO HUKe. ABTO-
pBI OpenJararoT mcioJsb3oBaTh IV aprepun
OYHOOBUHBI B CJAyYasiX CO CHUIKEHHBIM YPOB-
Hem PAPP-A nna guddepeHnuaabHON aua-
THOCTHUKH ILJIAIleHTaPHON AUCPYHKIIUYU U CHUH-
npoma [layua [56]. Ciengyer mogquepKHYTh, UYTO
IaHHOe HCCJelOoBaHUe eIUHCTBEHHOe, W Ha
HACTOAIINI MOMEHT AOKasaTeJlbHble NTaHHbBIE
o mesecoobpasHoctu usyuenusa I[IU B aprepu-
SAX IYIOBUHBI B I TpUMecTpe OTCYTCTBYIOT.

XOpHuOoH H IJIAIleHTa

W3meneHus mIaieHThl TaKKe MOTYT UTPATh
poJib B MUArHOCTHMKE XPOMOCOMHBIX aHOMAa-
auii. Tak, TpancopManus IIaeHThI 10 TUITY
YACTUYHOTO ITY3BIPHOTO 3aHOCA XapaKTepHa
I OUaHIPUYEeCKOoM tpumaouguu [45, 47].
B wmcciaemoBaHuuM, IPOBEeIEHHOM Ha BBIOODPKE
u3 120 6epemeHHoOCTeli ¢ Bepu(GUIIMPOBAHHOM
TPUILIOUANEN y miona, 86 ciaydaeB ynayoch
BBIABUTH B I TpuMecTpe. BrLio mokasano, 4To B
ciIyyae IMaHAPUYECKON TPUILJIOUAUY, KOTOPas
onL1a obHapyskena y 30,4% miomoB, oTMeua-
JINCh MYJBTHUKUCTO3HASA TpaHchopMarus mia-
IEHThI M0 TUIY IIY3BIPHOTO 3aHOoca. [aHHBIH
pU3HAaK OBLI crreruduUeH IJ1A TUaHIPUIecKo-
IO BapuaHTa TPUILJIOUIUU U OBLI JOCTYIIEH AJIA
ompenenennus B I pumectpe [46]. Takike B pef-
KX ciaydadx TpaHchopMarus IMJIalleHThl 0
TUIY TYy3BIPHOTO 3aHOCA MOJKET OTMEeUYaThCH
IPU TeTPAILIOUANY W IPU TpucoMusam 1o 13-i
u 21-#1 xpomocomaM, a Tak:ke MoHocoMuu XO.
OpHaKo cjenyeT OTMETUTDb, YTO B JINTEPATYPE
OIIMCAaHBI JINIIb eIWHUYHBIE CJIydYau accoljua-
UM JaHHOTO IPU3HaKa C APYrUMU BapuaHTa-
MU XPOMOCOMHBIX aHOMAJINH, a TaKKe 4acToTa
€r0 BBIABJIEHUA IIPU JaHHBIX HAPYIIEHUAX Ka-
puorumnia B I Tpumectpe HUKe, ueM B 6ojee
mo3aHue CPoKu 6epemenHocTu [57].

TakKe OTHUM M3 PEIKUX U MaJOUIYUEH-
HBIX MapKepOB XPOMOCOMHBIX aHOMAaJUU AB-
JiseTcsa HaJIu4yhe XOPUOHUUYECKOro Oyropka
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(UM XOPMOHMYECKOT0 BIIAUMBaHU — chorio-
nic bump). XopuoHuuecKkuii 6yropok — 3TO
JIOKAJIbHOE BBINIAYNBAHUE XOPUOJEIUAYaJb-
HOM TKaHM B IIPOCBET IIJIOAHOTO SHIIA.
B 2016 r. J.R. Wax u coaBT. onrcaJiu caydau
obHapysKeHUsA B 6—7 HeJ XOPUOHUUECKOTO
Oyropka, KoTOpbIii K 8—9-11 HeZlesie TOJTHOCTHIO
ucuesd. IIpu mpoBeAeHUMU HEUHBA3UBHOTO
CKPUHUHTA y JAaHHO! MAIMeHTKU ObLJI BBHIAB-
JIeH TIOBBIINIEHHBINM PUCK HAJIWUYUS Y ILJIOAA
TpucoMuu 18, nuarHo3 BIIOCJEICTBUU OBII
MOATBEP:KIAEH OuoIcueill BOPCUH XOPHOHA.
ABTOpPHI IIPEIOoIaraT, UYTO JaHHBIN IPU3HAK
MOTEHIIUAJbHO MOMKET OBITh MHCIOJIb30BaH
B KauecTBe paHHEro MapKepa aHeyIJOUIUU,
OMHAKO TpedOyeTcs JaJibHelHIIee HIyUYeHUE
maHHoro Bompoca [58]. BoocieacTBuu aBTO-
pamMu OBLJIO TPOBENEHO MCCJiefOBaHMe, BKJIIO-
yasiiee 690 OepeMeHHBIX, CPeAUd KOTOPBIX
y 16 ObL1 BBIABJIEH XOPUOHUYECKUII OyTrOpPOK
npu npoBeneHuu Y3U. Aneymimouanu ObLIN
BbISIBJIeHBI y 117 miIomoB, B TOM Yucje y 5 ILI0-
OB, ¥ KOTOPBIX paHee ObLJ BbIABJIEH XOPUOHU-
yeckuii 6yropok. J.R. Wax u coaBr. mokasa-
JIA, YTO IIAHC BHISABJICHUS HAPYIIeHUSI Kapuo-
TUIIa IPYU U30JMPOBAHHOM HAJWUYUHU TAHHOTO
MapKepa BhIIe B 4 pasa o CpaBHEHUIO € TaKO-
BBIM y ILJIOZOB C HOPMAJBHBIM CTPOEHUEM
miIogHOTrO Aira [59].

HecMmoTpsa Ha onMcaHHYIO 3HAUYUMOCTD JAH-
HOTO MapKepa, YUUThIBasA MaJayIO ero u3yueH-
HOCTh, B HACTOAIIlEe BpeMsA ero o0HapyKeHue
BPAM I MOYKET CJIYKUTH MPAMBIM IMOKa3aHU-
eM K MHBa3UBHOU JUATHOCTHUKE.

IIpu usMeHEeHUU TOJIIUHBI XOPUOHA TaKKe
MOTYT OBITH JUATHOCTUPOBAHBI AHEYILJIOUIUHU.
O.E. Talantova u coaBT. ommucaau ciaydaii yBe-
JUYEHUS TOJIIUHBI XOPUOHA, IPU JaJbHEH-
meM o0cJiefjOBaHUU Y ILJIoAa Obljla BBISBJIEHA
TpucoMusa Imo 2-i1i xpomocome [25]. Tem He
MeHee B JAaHHOUW paboTe M3HAYAJIBHO OBLIO
MIPUHATO pellleHne O MPOJIOHTUPOBaHUU Gepe-
MEHHOCTH, IIOCJIe Yero BIIOCJIEICTBUU OBIIU
BBIABJIEHBI JOIOJHUTEJIbHBIE AHOMAJIUU Pas-
BUTHUSA, KOTOPHIE B COBOKYITHOCTH C PE3yJabTa-
TaMu 00cJiefoBaHUS | TpuMecTpa U MOCIy K-
JIi TIOKa3aHWeM K HasHAYeHUI0 TeHEeTUYEeCKO-
ro uccaemoBanua. Takum o6pa3om, IMOKa HET
TaHHBIX O TOM, UTOOBI CUMTATH M30JUPOBAH-
HOe yBeJIMUeHUe TOJIIUHBI XOPUOHA IIPAMbBIM
MmoKasaHWeM K WHBA3WBHOMW AMAar€HOCTUKE B
OTCYTCTBHUE APYTUX AaHOMAJUIN PAa3BUTHUA.

MegeuxumMaabHaA OUCIIJIA3UA IJIAIEHTHI
(MIII) rakskxe paccMaTpuBaeTcA B IUTEPATyPeE
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KaK BO3MOJKHBIA MapKep XPOMOCOMHBIX aHO-
manuii 'y miaoxa. MIII mpexacraBiser coboit
PeIKyI0 JOOPOKaUuecTBEHHYIO aHOMAJIUIO (POP-
MUPOBAHUA IJIAIEHTHI, KOTOPAsd MPOABIAETCA
B BHe ILIalleHToOMerajuu u (hopMUPOBAHUA
aHAXOTeHHBIX NHY3LIPHKOB IO TUMNY TI'PO3IbeB
BuHOrpaza [60]. Januble U3MeHEHUA JOCTYII-
HBI IJI IUaTrHOCTUKY yVaKe B I TpuMecTpe Gepe-
MEHHOCTH, IPUUEM N3HAUAJIBHO IIPU IPOBeIe-
HuK ¥Y3U MoiKeT ObITh BLIABJIEHO YBeJIUUEHLE
TOJIIUHBI IJIAIeHTHI 6oJsiee 95-T0 ImepIleHTH-
Jis, a IPpU JeTaJlbHOM 00OCJIeTOBAaHUU O0HApY-
JKUBaIOTCA KHCTO3HBIE BKJIOUeHUS [61, 62].
Pannaa guarnmocrtmra MJIII Bo3mo:kHA yiKe
B 10 Hex 6epemenuocTu [63].

HawuboJiee yacTto naHHad aHOMAaJIUA BCTPE-
yaeTca mpu cuHapome Bexsura—Bumemana,
acCcoIMUPOBAHHOTO ¢ aHmomMaguamu 11-if Xpo-
MOCOMBI, KOTOPBIA IPOABJIAETCSA MaKpPOTJIOC-
cueli, MaKpPOCOMUEN, IIOPOKaMU PAa3BUTUA
BHYTPEHHUX OPTaHOB. Y UUTHLIBASA TaKKe CXO-
JKeCTh YJIbTPasByKoOBOM KapTuHbl npu MJIIII
¥ IIy3BIPHOM 3aHOCE, ACCOIMUPOBAHHOM C TPU-
miIoupuen, rpebyercsa o0s3aTeIbHOE 1000CTIe-
JloBaHWEe, KOTOPOE MOJKEeT BKJIOUYATh B cebs
IpoBeJieHNEe aMHUOIIEHTe3a C MCCJeJOBaHUEM
KapuoTuna, anajausa ¢ ucrosab3dopanunem aCGH
u MSMLPA (methylation-specific multiple
ligation probe amplification analysis) masa
WCKJIOUEHUS SIUTeHeTUUYeCKUX HapYIIeHUH,
XapaKTepHBIX AJA cuHApoMa BexkBura—Bune-
MaHa, U Au@PepeHnnaIbHON IUAarHOCTUKU
¢ Tpunounueii [61].

Tak:Ke B TUTepaType OMUCHIBAIOTCA CAyUan
accoruarnuu MIII ¢ apyruMu XpoOMOCOMHBIMU
anomanuamu. Tax, M. Cohen u coaBT. mpu
BergaBaenun MIII no gamuasiM Y3U u npu 1mmo-
cjaenyiolieM TIPOBEJEHUN TEeHEeTUYEeCKOTO
aHa/JIM3a 00HAPYIKUJIN, UTO JaHHAA IaTOJOTUA
MOJKeT TaK’Ke BCTPeUaThCsA IIPU TPUCOMUU II0
13-it xpomocome, cuuapome KiaitrdenabTepa
u npu Tpumaousuu 69XXX [64]. B o630pe
autepatypbl o manHoi teme R.M. Colpaert
M COaBT. TaK:Ke OTMEUYaloT, YTO OIMCAHBI He-
MHOTOYMCJIeHHBIe ciiyuau accormartuu MJIITT
C IUTUHUYECKOUN TPUILIOUAUEN U CUHIPOMOM
Knatindenarepa, oqHaKO B OCHOBHOM JJIA JaH-
HOM aHOMAJNU ILJIAIeHTHI XapaKTepPHBI SIIN-
reHeTHYeCKUe MYyTalluu JUOO IIOJIHOE OTCYT-
CTBUE reHeTnYecKuX aHomasni [60].

TakuMm 00pa3oM, OlleHKa HAJIUYUSI KHUCTO3-
HBIX 00pa30BaHUM B IIJIAlleHTEe ABJIAETCA 00s-
3aTeJIbHBIM ATAIllOM KaK CTaHJapTHOTO, TaK U
pacIInpeHHOro IPOTOKOJIA CKPUHUHTA, B TOM
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ypejie m coryiacHo pekomeHmpamuam ISUOG
[18]. IIpu BBIABIEHUU KHCTO3HBIX 00pPa30-
BaHUH B IIJIalleHTe o00A3aTelbHO TpedyeTcs
IoobciemoBatme OIS NCKIUEHNS XPOMOCOM-
HBIX aHOMAaJuii. [[pyrue aHomMaanu pasBUTUA
XOPUOHA U ILJIAIeHTHI B HACTOsAIee BpeMs He
SABJIAIOTCS JOCTATOYHO M3YUYEHHBIMU JJIsI BHE-
IPeHus UX B JUATHOCTUYECKYIO IIPAKTUKY.

IImozoBBIEe 000JI0UYKH
M SKeJITOYHEIN MEIlOK

Bo3MOKHBIMIU MapKepaMi XPOMOCOMHBIX
aHOMAJUKN MOTYT BBICTYHATL HECIUSHUE XO-
pHaJIbHOI 1 aMHUOTHUYECKOII MeMOpaH (persis-
tent amnion-chorion separation) u marosorus
JKEeJITOYHOTO MeIITKa.

B 2010 r. P. Schmidt u coasT. omucaau
IBa ciyuas BBIKHIBIIIA B COUETAHUU C IIATO-
JIOTHEN JKeJTOUHOTO MeIlKa: yBeJUdYeHUe
B IBa pasa ero AuaMeTpa, HelpaBUJIbHASA €T0
dopma. B oGoux caydadax IPOU3OIIET CaMo-
MIPOU3BOJbHBIN BBIKUBIII, 1 IIPU HUCCJIEI0BA-
HUU XOPUAJBHOM TKAHU ObIIM OOHAPYKEHBI
HApYIIeHUs KapUOTUIIA IO TUIY TPUCOMUMN.
ABTOpPBI CUMTAIOT, UTO JaHHBIE HAOJIOAEHUS
MOTYT CTaTh MPEAIOCBLIKAMU IJs AaJbHei-
IIeT0 WCCJENOBAHUA MATOJIOTUU JKEJITOUYHOTO
MeIllKa KaK MapKepa XPOMOCOMHBIX aHOMa-
auii [65]. ITospuee, B 2011 1., K. Gersak u co-
aBT. IIPOBEJU PETPOCHEeKTUBHBLIN aHaau3 Ha
BBIOOPKe 13 42 MAIlMeHTOK C yBeJIUYeHUeM
ImaMeTpa JKeJITOUHOro MeIKa 6ojiee 6 MM.
B 76,2% canyuaeB aBTopamMu ObLIN O0HAPYIKE-
HBI XPOMOCOMHBIE aHOMAJUU IPU HCCJIEI0Ba-
HUU BOPCUH XOpPHOHA, B YaCTHOCTU, BO BCEX
caydasaX YBeJIWUEHUs KeJTOUHOrO MeIlKa
6ojiee 8 MM OBIJI OOHAPYKEH aHOMAaJbLHBIN Ka-
puotun. Cpenu o0HAPYKEHHBIX XPOMOCOM-
HBIX abeppalinii ObLIY OTMEUEHbI TPUCOMUMU 110
15, 16, 21-i1 xpomocomaM, a TaKyKe MOHOCO-
musa XO [66]. B aTtom xe rogy G.K.I. Papa-
ioannou u coaBT. MPOAEMOHCTPUPOBAJIM, UTO
Ha cpoke 6—10 Hex cpeau SMOPUOHOB C TPUCO-
Mueit mo 21-#i xpomocome oTMeuaeTcA 0O0JIb-
1ee OTJIMUME AUaMeTpa KeJITOUHOI'0 MeIKa,
oTHOCUTEJLHO okumaemoro mo KTP mo cpas-
HEHUIO ¢ SMOPHUOHAMU C HOPMAaJIbHLIM Kapuo-
tumom — 0,56 mm (Q1 0,23—Q3 0,79) [67].

B 2013 r. O. Erol u coaBT. O6BL710 IpeacTaB-
JIeHO HaOJIIoleHre MalueHTKU, KOTOPOU MIpo-
BOJMJICS CKPUHUHT Ha cpoke 14 Hen, BO BpemMsa
Hero OBLIM BBIABJIEHBI PACXO0XKIeHIIe XOpHUOoHa
U aMHUOHA, a TaKKe IMEePCUCTEeHIIUA KeJITou-

HOro MelnKa. IIpu moBTOpHOM 0OOCJIegOBAHUN
OBLIV BU3YAJIU3UPOBAHBI MHOXKECTBEHHBIE KI-
CThI ILJIAIIEHTBI C COXPaHeHMWeM IIPU3HAKOB,
BBISIBJICHHBIX paHee. IIpoBegeHo uccemoBa-
HMe KapuoTHUIIa I1J0a, OOHAPYKeHa TPUILION-
mua 69, XXX. ABTOphI IIpeAIiosaraimT, YTO
OTCYTCTBUE CJUSAHUSA ILJIOJOBBIX 000JIOUEK U
MePCUCTEeHIUA KEJITOYHOTO MeIIKa MOTYT
OBITH PACCMOTPEHBLI B KAUeCcTBE MOTEHI[UAJIb-
HBIX MapKepoB aHeymaouauii [68].

Tewm me menee S. Tan u coaBT. B cBoeit pabo-
Te, IPOBEIEHHOI Ha BIOOPKe u3 282 6epeMeH-
HBIX, OTMEUAaIOT, UTO HMEePCUCTEHIIUA MKeJITOU-
HOI'0 MeIllKa B KoHIle I TpuMecTpa 6epeMeHHOo-
cTu ObliIa BBEIABJIEHA TOJBKO B 8,9% ciayuaes
U He ObLIa accoIMUpPoOBaHa C HEOJIATOIPUIT-
HBIMU IIepUHaTaJbHBIMU Ucxogamu [69].

B pa6orte 2003 r. P. Abboud u coaBT. oT™Me-
Yyajaun, YTO HeCAUAHNE XOPHUOHA M aMHUOHA —
P HAJUYUU PACXOXKICHUA MEKIY 000J0UKa-
mu 6ostee 10 MM, MO2KeT OBITH aCCOIIUHMPOBAHO C
aHEeYILIOUAUSAMU, B YAaCTHOCTHA C CHUHIPOMOM
HlayHa, ogHAKO NaHHBI MPUSHAK HE MOKET
CJYKUTH JOCTOBEPHBIM MapKepPOM XPOMOCOM-
meIix aHomasuii [70]. B 2019 r. K.D. Gerson
W COAaBT., B CBOIO OUepenb, M3YUAIU BIUSHUIE
PacxXorKIeHUs IJIOJOBBIX 000JI0UEeK HA MCXOMBI
b6epemenHocTH. B TeueHue 6 JjeT HaOIIOneHUA
aBTOPHI BBIABUJIN TOJBKO 23 ciiydyas DaHHOU
MATOJIOTUU. AKYIIEPCKHUE OCJIOMKHEHUS BO3-
Hukau B 13 (56,5% ) cayuaax, B 2 (8,7%) cay-
yagax ObLIa JUArHOCTUPOBAHA BHYTPUYTPOOHA
rubesb miaoma, B 8 (34,8%) cayuasdax ObLIN
BBISIBJIEHBI IMIOPOKM pas3BuTHA Iaoxa. Mccie-
IOBaHIe KapuOTUIla ObLIO IIPOBENEeHO TOJbKO
B OJHOM CJydYae, II0 pe3yJbTaTaM KOTOPOTO
ObLI BEIABJEH cuHapom Hayua [71].

Takum 0o0pas3oM, B HaCTOsIllee BPeMs OT-
CYTCTBYIOT yOeauTeJIbHbIe OAaHHbBIE B IIOJ-
TBepKAeHue S5(PHPEeKTUBHOCTU AUATHOCTUKU
AHeYIJIOUAUN C HCIOJb30BAHUEM TaHHBIX
MapKepoB (HecJuUsHNEe XOPUOHA M aMHMOHA,
HaTOJIOTUA JKEJITOUHOTO MelllKka). B uactaocTH,
corsiacio pexomenzanuam ISUOG, Busya-
JIU3AIUA XOPUaJbHOM M aMHUAJIbHOU 00600~
YeK KaK OTAEJbHBLIX CTPYKTYP SBJIAETCSA Uac-
Toii HaxonKoi B I Tpumectpe [18].

Cepoaornueckue MapKepbl aHEYILIONINIA

Kax VIIOMMHAaJIOCh PaHee, HNCIIOJIb30OBaHUeE
MATEPHMHCKHNX CBIBOPOTOYHBIX MAapPKEPOB yBe-
JUuyuBaeT 4aCTOTY BBIABJIAEMOCTU aHEYIIJIOM-
,I[I/Ifl, 1 TaKMe BXOAUT B CTaHOAPT IIpeHaTaJib-
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HOT'O CKpUHUHTA (HMcciaeqoBaHue CBOOOIHOTO
B-XTY u PAPP-A B COBOKYIIHOCTH C YJIbTPA-
3BYKOBBIMHU MapKepaMM B IIporpamMMmax pac-
yeTa MHAWBUAYAJIbHOTO pucka). Kak ormeua-
er J.B. Carmichael, omemxa cBoOOIHOIO
B-XT'Y, 6enxa PAPP-A, o-deromporensa,
mJIaleHTapHoro (akTopa pocta u MHruOuHA A
MMO3BOJIAET JOCTUYb BLICOKOT'O YPOBHS AMATrHO-
cTuku — g0 97-99% 1pu CHMIKEHUH! YucJa
JIOYKHOIIOJIOYKUTEJILHBIX pe3yabTaToB o 1,2—
2,6% [72]. Takke oI IUArHOCTUKU XPOMO-
COMHBIX aHOMAJINI MOXKeT ObIThH MCIIOJIb30BaHA
olleHKa mIaleHTapHoro (pakropa pocra — PIGF.
CHM:KeHUe YPOBHA MaHHOTO MapKepa acCoIlu-
MPOBAHO C MOBLINIEHNEM PHUCKA aHEYILJIOUINN
(curgpomsbl Hayua, OgBapaca u ITaray) [73].

B Hacrosmiee Bpemsa A sdpPeKTUBHON
OLIEHKMN PHCKa XPOMOCOMHBLIX AHOMAJHUM IIO
pe3yabTaTaM IIEPBOTO CKPUHUHTA MCIIOJIb3Y-
eTcs cIelraJbHOe IPOTrpaMMHOe ObecIieue e
(ASTRAIA, PRISCA). [lanHble MOAeau IIO-
3BOJIIIOT OTCJIEKMBATH COCTOSHUE MaTepu
U ILJI0Ja B JUHAMUKE, 3all1CBIBATh U XPAHUTH
mauHble Y3, 1a60paTOPHBIX U FeHETUYECKUX
ucciaenopanuii. B mporpamMMuoe obeciieueHue
IpeqBAPUTEIbHO BCTPOCHEI JITOPUTMBI, IIPeI-
JoKeHHbIe MeXIyHapOAHBIM (POHIAOM MeIN-
muael maoxa (Fetal Medicine Foundation),
JIJIs OIeHKU PUCKOB Tpucomuu mo 21, 18, 13-1
XpoMoOcoMaM, MPEIKJIaMICUU, 3aAEPKKUA PO-
CcTa MJIoJla 1 IpeKaeBpeMeHHBIX ponoB [74].

B nmepBbIe rofbl BHeAPEHUS KOMOMHUPOBaH-
HOT'0 CKPUHUHTA 3HAUNMO YJIYUIINIACH BBIAB-
JSI€MOCTh TeHeTHuecKUxX aHomaauii. Tak,
M. Santorum u coaBT. B cBoeii pabore Ha
108 112 mmomax nmoxkasasu ero 3(PeKTUBHOCTD:
C IIOMOINBI0 CKPUHUHTA aHTEHATAJIbHO OBLIO
BeisiBIIeHOo 90% cayuaeB cuuapoma Jlayua,
97% — curgpoma dasapaca u 92% — cuHIpPO-
ma Ilaray, a Takxke 6osee 95% moHocomuit X
u okoJio 50% Tpucomuii, mpu 3ToM 0K0J0 4%
cAy4yaeB MUWArHOCTUKM aHEYIJOoAuii oKasa-
JUCH JIOMKHOMIOJOXKUTEeAbHBIMU [4]. B cTaThe
2016 r., TOCBAIIEHHON CKPUHUHTY aHEYILJIOU-
Iuii y ILIoAa, yKasbIBaeTCs, YTO COUYeTaHUe
Y3, 6uoxuMuyecKuX MapKepoB PEKOMEHIY-
eTcsA K IMIPOBENeHUI0 BO BpeMs 0epeMeHHOCTH.
OpmHako B 9TOI sKe paboTe aBTOPHI YKa3bIBAIOT,
YTO PasBUTHE TEXHOJIOTUH IeHeTHYeCKOTo Te-
CTUPOBaHUA, 4 UMEHHO HCCJIeI0BaHNe BHEKJIEe-
rounoii [JTHK miaoma ¢ moMoImipi0o MeTOSUKH
rJIy0OKOTr0 CEKBEHUPOBAHUS, IIO3BOJISET AUAaT-
HOCTHUPOBATHL HAMbOJee YacThble BAPpUAHThI Ha-
pYIIIeHU# KapuoTuna ¢ 00JbIINell TOYHOCTHIO,

82

YeM HCIOJIb3YeMOe B HaCTOAIIee BpeMsa KOMOu-
HUPOBAHHOE UCIIOJIb3oBauue Y3U u Gumoxumu-
YeCKUX MapKepoB CHIBOPOTKU KpoBu PAPP-A
u B-XTY [75].

HccaemoBanue BHekmeTouHoii [ITHK mioxa
B TMAarHoCTUKe XPOMOCOMHBIX aHOMaJIHﬁ

PacnpocTpaHeHre HeMHBA3UBHOTO IIpeHa-
ranbHOro TectupoBauud (HUIIT) BHecsio 3Ha-
YuTeJbHbIE UBMEHEHUs B OPraHMU3aIluIo IIpeHa-
rajabHOU cay:xobl. HUIIT — sTo uccienoBanue
BHekJierounoii [THK mioma, BbIAenseMoil u3
CBIBOPOTKM KpoBu Matepu. Ocoboe 3HaUeHUE
HUIIT ceirpaso B yiydllleHUU paHHeN auar-
HOCTUKU cuHapoMma [ayHa [76, 77]. 9dder-
TUBHOCTD AUATHOCTUKY cUHApPOMa JlayHa ¢ ero
HWCIIOJIb30BaHUEM [JOCTUTAET TPaKTUUYECKU
100% . IIpu aTOM OCTAIOTCA OTKPBITBIMU BO-
OpPOCHI ITUYECKON U SKOHOMUUECKOI IreJie-
Cc000Pa3HOCTU BBUAY BBHICOKOM CTOMMOCTHU Te-
CTUPOBaHUsA. B 4aCTHOCTH, CJIOYKHOCTD ITOBCE-
MECTHOTO eT0 IPUMEeHEHU s 3aKJII0YaeTCs B He-
JIOCTaTOYHOM KOJinuecTBe BHeKJeTouHoM [[HK
y 4acTH MAIlMeHTOB, a TaKKe BBICOKOU Bapua-
G6eapHOCTU mocJjemoBateabHoctein JTHK [75].
B 2016 r. E. Reiff u coasT. B cBoeii pabore
MoKasaJii, YTO, HECMOTPS Ha OTPUILATEIbHbBIN
pesyabTat Tecta ¢ BHeKJgeTouHoit [JHK, B 3,5%
cJay4YaeB y IJIOLOB ATOI I'PYIIIILI ObLIa O0HAPY-
JKeHa maTojorud no gaHabsiM Y3U (yBenmue-
uue TBII, nopoku passurusa) [78]. A R. Rao
u coaBT. (2016) ormeuaioT, YTO TeM He MeHee
ucnosab3zoBanue HUIIT noTeHnnajabHO MOMKET
3aMeHUTh TPAAUIMOHHBIN CKPUHUHT C HC-
nosib3oBanueM Y3W m aHanmsa KPoOBU MaTe-
pu. OgHaxo Ha MOMEHT IIyOJMKAIlUU TAHHOMN
paboTrsl O0IIIeCTBO MEAUIIMHBI MaTEePHU U IIJI01a
(SMFM) pekoMmeHAyeT HPU HCIOJIb30BAHUU
HWUIIT B kauecTBe CKPUHUHTA JIOIOJHATH €TI0
OIIEHKO¥ YPOBHA O-)eTOIIPOTENHA U IIPOBEE-
HueM Y3W. ABTOpHI B 3aKJIIOUEHUU OTMeYa-
0T, UTO, II0 MX MHeHUio, ¥Y3W B HacTosdIee
BpeMsl OocTaeTcsd KpaiiHe HeOOXOAUMBIM WH-
CTPYMEHTOM [JIA AUArHOCTUKYU IOPOKOB pas-
BUTHSA M XPOMOCOMHBIX aHomasuii [79].

B 2017 r. SMFM BbBITyCTHJIO JOKYMEHT OT-
HOCUTEJbHO IpuMeHeHUA Y3U cpenu KeH-
muH, npomenmux HUIIT: npoenenue Y3U
UCKJIIUYNTEeNbHO AJd oneHKu TBII npu otpu-
nareabaoM HUIIT me pekomengyercs. Ilpu
HaJWUYUU U30JIMPOBAHHBIX MATKUX MapKepoB
¥ HOPMAJBbHBIX pe3yJbTaTaX CKPUHUHTA I0-
MMOJTHUTEJbHBIEe 00CIeJOBAaHUA TaK:Ke He PEKO-
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MeHAyoTCAa. Takske BceM malmueHTKaM C BbBI-
SIBJIEHHBIMH MMOPOKaMU Pa3BUTUA PEKOMEHIY-
ercs mpoBeseHre XMA, Ipu 9TOM He ITOKa3aH
pytuaHbIH XMA 174 AUarHOCTUKU MUKPOJE-
aenuii [80]. Ogmaxko B cBoeit pabore 2018 r.
R.M. Reimers u coaBT. mokKasaJju, 4TO IIpU
HaJINUYNU U3MEeHeHUU 1o AaHHBIM ¥ 33U uuncio
IIUTOTeHETUUECKUX aHOMAaJINii, He BBISBJIEH-
moix iyrem HUIIT, Bo3pacraer ¢ yBesnueHUEM
cpoka Gepemennoctu. HUIIT mosker mporry-
ctuth 10 16,3% reHeTHUYeCKUX HaPYIIIEHUII:
TPUILJIOUIUN, MO3aUudHbIe (DOPMBI TPUCOMUIA,
penKye ayTOCOMHBIE TPUCOMUU, AYILINKAIIAN,
Iejieliuu, HecOaJaHCUPOBAHHBIE IIEPECTPOM-
KU, de novo cbajlaHCUPOBAHHBIE TPAHCJIOKA-
MUY, TPU3HAKU KOTOPBIX O0HAPY:KUBAIOTCS
no nanabiM Y3U [81]. Ilpu cpaBHeHUN 3hdek-
TUBHOCTU KOMOMHUPOBAHHOTO CKPUHUHTA
nu HUIIT ¢ VY3U Ha cpore 11-13 Hen
K.O. Kagan u coasr. (2018-2019) moxasasu,
yro npu ucnoab3zoBanuu Y3U u HUIIT orme-
yaeTcsa B3HAUYUTEJIbHOE YMEHBIIEHUEe YUCJIa
JIOKHOTIOJIOKUTEJbHBIX PEe3yJIbTAaTOB B aua-
rHOCTUKe cuHApoMa [layHa, B OTJIUYHE OT
KOMOMHUPOBAHHOTO CKPUHUHTA, OCHOBAHHOTO
Ha COBOKYITHOCTU TaKMUX IIPU3HAKOB, KaK BO3-
pact matepu, TBII u ceposornueckue mMapke-
pel — B-XT'Y u PAPP-A. ITo MHeHUIO aBTOPOB,
IaHHbIe PEe3yJbTaThl yKasbIBAIOT HA OTCYT-
cTBUE HEOOXOAMMOCTH OlleHKY ypoBHei B-XT'
u PAPP-A B ckpuHuHTe aHeymaouamii [82,
83].

B 2018 r. I. Tekesin u coaBT. HA BEIGOpKE
u3 6oJiee 4000 mmanmueHTOB OLIEHUIN, HACKOJIb-
KO 3((EeKTUBHO HCIIOJb30BaHUE IEeTAJTHHOTO
Y3/ B COBOKYHHOCTH C YJIbTPAa3BYKOBBLIMU
MapKepamMu xpomocomMHBIX aHomaaun (KTP,
TBII, HOCOBasi KOCTh, TPUKYCIUIAJIbHAA pe-
TypruTaius, KPOBOTOK B BEHO3HOM IIPOTOKE)
B paMKax IepBOro CKpuHuUHTa. Ha ocHOBaHUU
TOJBKO OIEHKU MapKepPOB OBLIO BBIABJIEHO
90,6% cayuaeB aHEYIJIOUIAUMN, IIPU JOMOJIHE-
HUUW CKPUHUHTA JIeTaJbHbIM ¥Y3U namHbIil
mokasaresib Bodpoc mo 96,0%, JI0KHOIIOJIO-
JKUTEeJbHBIE Pe3yJabTaThl HaOaoganuch B 3%
ciayuaesB [84].

Bosee mo3gHMe myOoIuKaIuy XapakTepusy-
OTCA OOJIBINIMM IIPEANOYTEHNEM B HCIIOJIb30-
Banuu HUIIT B KauecTBe CKPUHUHTA. ¥YiKe
B 2020 r. N.M. LeFevre u R.L. Sundermeyer
B cBoeil pabore ykasbiBaior, utro HUIIT mosxer
OBITH UCIIOJIF30BAHO KaK eUHCTBEHHOE HCCJIe-
IOBaHWEe B paMKax CKpuHuHra I TpuMmecTpa
[85]. Tak:ke, S. Capriglione u coasrt. B 2022 .

mokasaJau, uto ¢ ucnoab3opanuem HUIIT um
ymaaoch BeigBuTh 100% I1L10M0B ¢ HapyIlie-
HUeM KapuoTHuIla, TOTJa KaK MOPU MTOMOIIHU
V31U — Toabko 75% . OgHaxko ciaegyer oTMe-
THUTH, YTO B 00I1eii BEI6OpKe 3 302 marmueHToB
JININL ¥ 4 M3 HUX OBLIN IOATBEPKICHLI aHey-
nounuu [86].

W3BecTHO, UTO IPU OTPUIIATEILHOM PE3yJib-
tare HUIIT mo mamuawim Y3U Tem He MeHee
MOTYT OBITh BBISIBJIEHBI IIOPOKU PAa3BUTHUA
[87, 88]. B cBoeit pabore 2020 r. N. Persico
M COABT. YKa3bIBAIOT Ha MAHHYIO HPOOJIEeMY.
IIpu aTom B BBIGOPKE aBTOPOB y 19% momos
MTaHHOM I'PYIIIBI C IOMOIIbIO OMOICHUN XOPHO-
Ha ¥ aMHUOIEHTEe3a B OCHOBHOM OBIJIM BBISIB-
JIeHBI XPOMOCOMHBIE AHOMAJUMN, OTJIUUYHBIE
or Tpucomuit mo 21, 18 u 13-it xpomocomam.
TaxuM 06pasom, IIPU UCHOJIb30BAHUT UCKJIIO-
yuresibHO HUIIT ecTs BEpOATHOCTH IIPOITY-
CTHUTBH CJAyUYau HapyIIeHUs KapuoTuna (MOHO-
comuio X0, TPUIIOUINIO, TPUCOMUIO 110 2, 4,
22-11 XpomMocoMaM, IaTOJIOTUUYECKHE AeJIeITTU
U IyIJINKaIu1, HecOaJlaHCUPOBAHHEIE TPAHC-
JIoOKaIuu, Terpacomuio 12p), Takum o6pasom,
MaIUeHTOK C OTPUIATEeIbHBIM Pe3yJIbTaTOM
npu uccaenoBanuu BuekJerounoi [[HK u Ha-
JUYUU aHoMaauii mo maHHbIM Y3U caenyert
IOIOJHUTEIbHO obciiemoBaTh [89]. Amajo-
TUYHbIe BBLIBOABI IMPEACTABJEHLI B paboTe
2022 r. K.O. Kagan u coaBT. ABTOpPHI Ha3bIBa-
for HUIIT “sosoThiM cTaHmapTOoM” AHUATHO-
ctuku cuuaapoma [dayua. IIpu aToM oHU OTMe-
yaoT, yTo HUIIT He yuyuThIBaeT MIMPOKUI
CIIEKTD JPYIUX XPOMOCOMHBLIX AHOMAJIUM,
B CBSA3HU C YeM HauboJee ONTUMATbLHBIM SABJIA-
eTcs IIPOBeeHNe B paMKaX CKpUHUHTA I Tpu-
mecTpa Y3U, BRItouatoriero orenky TBII,
u HUIIT [90]. Ognako pa3BuUTHE TEXHOJOTUI
MOJKET II03BOJIUTD B OYAYIIleM HANTU pellleHue
nanHoU npobsembl. B 2021 r. P. Mohan u co-
aBT. IIPOBEJU HCCJeJOBaHUEe Ha BBLIOOPKE U3
2208 KeHIMH, KOTOPBIM OLIJI IIPOBEIEH
HUIIT, ocHOBaHHBIN Ha BBIABJIEHUU MHaHEJIUN
25 wMoHoreHHBIX 3abojeBaHuil (CHHIPOM
Hyman, ckiereTHble IUCILIA3UN, TYyOEPOSHBIHI
CKJIepPO3, SIHUJeNTHYecKas dSHIledasonaTnd,
cuuaapom Coroca, CHARGE-cungpom u ap.).
B mamHoii BEIOOPKE MOHOTeHHBIE 3a00JIeBaHUA
ObLTu 0O0HApPY:KEeHBI B 5,7% ciuydaeB. B cBomo
ouepenb, YJIYUIIEeHNe TOYHOCTH TUATHOCTUKU
OBLIIO JOCTUTHYTO IIPU YUETEe CeMEeMNHOTr0o aHaM-
Hesa, BbIABJEHNH II0 JaHHLIM ¥ 3M aHOMAJIMI
IJIMHHBIX KOCTEeH 1 JINIIeBOT0 Ueperia, IIOPOKOB
cepama. Takum 06pasoM, aBTOPHI YKa3bIBAIOT,
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uyro Texuosorusa SGD (single gene disorder)-
HUIIT, BeposATHO, B OyAyIlleM IIO3BOJUT BBI-
SABJIATH MOHOTeHHBIe 3a00JIeBaHUA HAa PaHHEM
CpPOKe, B 0OCOOEHHOCTHU B COUETAHUU C YJIbTPA-
3BYKOBOM KapTUHOM, OHAKO TPEOYIOTCA JaJIb-
HelIue UCCIeTOBAHUSA AJA OIIpeesIeHUs Ia-
HeJu uccjaenyemMbix reHoB [91].

TakKe Ipu MPUMEHEHUU NCKJIIOUUTEIbHO
HUIIT mo:keT BOBHUKATH YIIOMSIHYTasa paHee
npobJsiemMa — HU3KadA (hpakiud BHEKJIETOUHOMN
OHEK. B cBoeii pabore F. Bardi u coasr. (2022)
HCCJIEIOBAJIM MAIlMeHTOK, ¥ KOTOPBIX ABaKIbI
pesyabratel HUIIT oxasbiBanuch HewH(DOP-
MATUBHBIMU BBUY HEJOCTATKA T€HETUYECKOTO
MaTepuaja IIofa. Bcem mamueHTKaM B JaH-
HOM WCCJIEJOBAHUM IIPeJJarajioch IIPOBECTU
WHBA3WBHYIO IWAarHOCTUKY M0 cpoka 18 Hep.
Ilo gamHBRIM Y3U CTPYyKTypHBIE aHOMAJIUU
ObLIU BBIABJIEHHI B 4,2% ciyuaeB, cpequ HUX
B46,2% mpu MHBA3UBHOM HCCJIEJOBAHUY ObLIN
BBIABJIEHBI TeHETWUYecKue aHoOMaJauu (CUHI-
pom Ilaray, Tpunmougmu, genenua 16ql2
u 1p.). Tax:ke OBLIO BBIABIEHO 4 TJIOA C TeHe-
TUYECKUMU HApPYIIeHUAMU B TPYIIe ¢ HOP-
MasibHBIMU pesysbTaTamu ¥ 3U. Ilopoku pas-
BUTHUA TaK:Ke HaOJIOJAJINUCHh B TPYIIE IIJI0I0B
C HOPMAaJILHBIM KapWOTUIIOM He dalle, ueM
B oOmieit momynamuu. Takum obpasom Y3U
MO-TIpeKHEMY MMeeT BasKHOe 3HaueHUWe, 0CO-
0enHo B cayuaax HeapdextuBHocTu HUIIT
[92]. CnenyeT yUnTHIBATH ¥ BOSMOXKHBIE JIOMK-
HOIIOJIOKUTeNbHBIe pedyabraTel HUIIT. Taxk,
X. Yuan u coaBT. oTMeuaroT, uTo ¥ 31 mosBo-
JINJIO BBISIBUTB IIJIOABI C HOPMAaJbLHBIM (DEHOTH-
IIOM IIPU IIOJOMKUTeJbHOM pedyiabrate HUIIT
(B yacTHOCTU, OBLIM BBISBJIEHBI JOMKHOIIOJO-
JKUTeJIbHBIe AUArHO3bI cuHApPoMOB IlarTay
u dasapxaca) [93].

CoxpaHuTCS JIU YIBTPA3BYKOBOM
ckpuHUHT B s3noxy HUIIT?

YuuThiBaAg MIMPOKOE PACIPOCTPAHEHUE Ie-
HETHUUYECKUX WUCCJeJOBaHUIN, B YaCTHOCTHU
HUIIT, BosHMKaeT BOOPOC: COXpPaHAETCA JIU
aKTyaJbHOCTh YJHTPa3BYKOBOT'O CKPUHUHTA
ISl IUATHOCTUKU XPOMOCOMHBIX aHOMAJIMH?
B nonw3y coxpanenua ¥Y3U B IpoTOKOJIE CKPU-
HUHTA BBICTYIIAIOT TaK’Ke TaHHbIe PaboTHI,
onyosnukoBanHoi F. Scott u coasr. B 2023 r.
ABTOpBI OTMEUAIOT, YTO, HECMOTPA Ha IIPOBe-
neaue HMUIIT, gomoamurenbHOEe “mos3mHee”
Y31 B I tpumectpe (B cpoke 13 Henm, miu
“around 13 weeks” 1o ompeieIeHUIO aBTOPOB)
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MMO3BOJISIET YBEJIUYUTDH TOJOMKUTEIbHYIO ITPO-
THOCTUYECKYIO IIEHHOCTD AJIA BHIABJIEHUA TPU-
comuii mo 13, 18 m 21-i1 xpomocomam, MOHO-
comnu X U PeIKUX ayTOCOMHBIX TPUIIJIOUIUI
1o 100% [94]. B cBoem KoMMeHTapuu K pabdo-
te F. Scott u coast. J. Han u D.-Z. Li otrmeua-
IOT, YTO MCIIOJIb30BaHUE TEXHOJOTUU aHATIU3A
BHekJieTouHoit [JHK miaoma smameHyeT mpu-
OnmsKalolieecss OKOHUYaHMe “apbl” yIbTPasBy-
KOBBIX MapKepoOB B CKPUHUHTE XPOMOCOMHBIX
anomainii. OgHaKO 5TO He o3HayaeT, uTo ¥ 3U1
moTepsieT CBOIO POJIb B IPEHATAJIbHOM CKPHU-
HuHTEe B 1ejioM. Cpenu KeHIIIUH C OTPHUIIA-
TeabHBIM pedyiabraToM HUIIT V33U moxer
OBITH MCIIOJIB30BAHO MJIA BHIABJIEHUSA aHOMAa-
JIUH pa3BUTHUA B mo3aHeM | TpuMecTpe, OTHAKO
OHO He JOoJI:KHO 3amMeHATH ¥ 3U II TpumecTpa.
15 sKEeHIITUH C TOJIOMKUTEIbHBIM Pe3yJIbTaTOM
HUWIIT, 6e3ycioBHO, HEOOXOAUMO J000CITIEIO-
BaHUeE C 1EeJIbI0 YTOUHEeHUA AMarHosa, U B JaH-
HOM cayudae “mosgHee” Y3U MoKeT BBIIBUTH
KJIIOUeBbIe M3MEHEHUS, IIOBLICUTH IIOJIOMKU-
TeJbHYIO ITPOTHOCTUYECKYIO 3HAUMMOCTH MIJIsA
MHOTUX XPOMOCOMHBIX aHOoMaJuii [95].

Haxomerr, oTmeIbHBIM 3HAUMMBIM IIapaMeT-
poM sABJAETCA CTOMMOCTb WCCJIeJOBAHUA.
C. Ye u coast. B pabore 2023 r. mokasaniu,
YTO MMPOBeAeHNe TPAAUIINOHHOI0 KOMOMHUPO-
BAHHOT'O CKPUHUHTA OKAa3aJioCh MPAKTUUYECKU
B [Ba pasa MeHee 3aTpPaTHBIM, UeM WUCIIOJb-
3oBaHue Tosibko HUIIT B KauecTBe IepBoit
aunauu guarmoctTuru [96]. Ilpu stom A.N. Bat-
tarbee u coaBT. B cBoeit pabore 2023 r. moka-
3asu, uro nposegenue Y3U nepex HUIIT saB-
JdeTcsa 0oJjiee 3aTPaTHO U IPU 3TOM OoJiee a(-
(beKTUBHOM JOUMAarHOCTUUYECKOH cTpareruei
B CpPaBHEHUMU ¢ UcItoab3oBanueM Tosbko HUIIT.
ABTODHI B 3aKJIOUYEHUN YKa3bIBAIOT, YTO COB-
mecTHOe mcnoJsb3opanue Y3U u HUIIT aBisa-
eTcs 9KOHOMUYeCKH 0ojiee BHITOAHBIM [97].

J. Lord u coaBT. oTMeuaroT, 4TO HaJUYLe
aHOMAaJIMNI pPasBUTHUA IO JaHHBIM ¥ 33U MmoxeT
OTpaskaTh OOJIBIIION CIIEKTP TeHETUUECKUX Ha-
pyIeHui, YTO B TOM YHCJIe OBLIO IIOKA3aHO
Ipu TOMOINM METOAWKHU aHaju3a 39K30Ma.
OmHaKO CJIIOKHOCTh ¥ MHBA3WBHOCTDH aHAJIMI3a
9K30Ma OTPAaHUYMBAIOT €ro MIpPOBeAEeHNUE, OH
MOKAa3aH JIUIID B CJOKHBIX NUATHOCTUUYECKUX
cayuaax [98].

B pane crparx HUIIT ucnonb3yercsa B rpyn-
max IPOMEKYTOUHOTO U CPEJHEro PUCKa AJd
CHIKEHUS YICJIa NHBAa3UBHBIX MCCJIETOBAHUI
[99]. Cormacao The Fetal Medicine Foun-
dation, B rpymmax BBICOKOTO PHCKAa IPEAIIOU-
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TUTEJbHO IPOBeIeHNEe WHBA3WUBHOI JHATHO-
CTUKY, TaK KaK B JaHHOUN TIpyIe BbICOKAasd
BEPOATHOCTDH OOHAPYKEHUA IJIOJOB KaK C TPU-
COMUSMU, TaK U C JPYTUMU XPOMOCOMHBIMU
aHoMaJMAMHU. B rpynmne HU3KOro pucka Bepo-
SATHOCTh OOHAPY’KEeHUA IJIOJOB C IeHeTudec-
KMMU HapylIeHUAMH KpaliHe Maja, W, Bepo-
SATHO, B Hell He moTpebyeTcsA MOMOJHUTEIbHOE
o6caenoBanme. IIposenenue HUIIT xe mosxxeT
OBITH UCIIOJIL30BAHO B IPYIIIE ITPOMEKYTOUHO-
T'0 PUCKA, U IIPU MOJYYEHUH TOJOKUTETHHOTO
pesyJibTaTa HEMHBA3WBHOI'O TECTUPOBAHUA pe-
KOMEHJOBaHO TOCJieAyIolllee IMPOBeJeHNe WH-
Ba3UBHOM AUATrHOCTUKMU. B ciyuae mosydyeHus
OTPUIIATEJIBHOTO pesyJjbTaTa IokasaHo ¥Y3U
Bo II Tpumectpe. Ilpu sToM rpaHuIlbl IPOME-
JKYTOUHOT'O pUCKA He ABJIAIOTCA OOIenpUH-
TBIMH, MOTYT HAXOAUTHCA B Ipeneaax or 1 : 11
mo 1:1000 u 3aBuceTh OT BOBMOIKHOCTH IIpe-
IOCTaBJIEHUS TECTUPOBAHUS CUCTEMOII 31PaBO-
OXpaHeHWs KOHKPETHOHN CTpaHbI: TaK, IIPU
rpafurtie 1 : 100 HUIIT mo:xeT OBITH IpOBEIE-
HO v 5% mnamnuenToB u O0yzmeT BbisaBaeHO 90%
IJIOJOB ¢ cuHApoMoM JlayHa, mpu TpaHUIle
1:500 — 15% mamnuenToB OyAyT 06CIEIOBAHBI
¥ BbIsIBJIEeHO 95% miomos ¢ cuaapomoM Ilayua,
a npu rpanute 1: 1000 — 6yzer obciemoBaHO
20% mnamnuenToB u obHapy:xeHo 98% 1I0M0B
¢ cuggpomom Hayua [100].

B pa6ore 2021 r. E.A. KamamrauKoBoi
U COaBT. IPEAJIOKEeHa MOIeJIb KOHTUHTeHTHOTO
OpeHaTaJbHOTO CKPUHUHTA i Pd. ABTOpHI
npexpnaraioT npoBenenue HUIIT nua Bwisasie-
Huda tpucomuii mo 21, 18 u 13- xpomocomam B

rpynmne cpenHero pucka (rpanunsr 1:100—
1:500 o 1:100-1: 1000 B 3aBUCHMOCTH OT
pPervoHa) ¢ BHITIOJTHEHNEM NHBa3UBHOM JUATHO-
CTUKHU B IPYIIIaX BHICOKOT'O PUCKA U IPOMEKY-
TOYHOTO PUCKAa ¢ HeMH(OPMATUBHBIM WJU II0-
JoxuTeabHbIM pe3yabraTrom HUIIT [99] .

IIpoBenenne HUIIT B HacTosiIiee BpemMsa He
BXOAUT 0pUIIUATBHO B IpOrpamMmy obcieoBa-
Husa O0epemennbix B P® [3]. CorsacHo ycra-
"HoBJIeHHOMY IIpukazom M3 P® mpororosy,
B cJy4Yae BBIABJIEHUS y OepeMEeHHOU KeHIIU-
HBI BBICOKOTO (>1/100) pucka XpoMOCOMHBIX
aHOMaJIMi y IIJIoZA O pe3yJbTaTaM IIePBOTO
CKPUHUHTA OKas3aHo A000ceJoBaHne B opra-
HUBAIMU TPEThEro YPOBHA UJIU MeIUKO-TeHe-
TUYECKOM II€HTPEe, MMEIOIIEeM COOTBETCTBYIO-
e guieHsuu. [IpoBoguTca mepepacyeTr WH-
IUBUAYAJBLHOTO PUCKA, U B CJIyUae IMOATBEPIK-
JIeHUs BBICOKOTO PHCKa XPOMOCOMHBIX aHOMAa-
Uil PeKOMeHIyeTcA IIPoBeJieHre MHBA3UBHO-
ro obciemoBanusa (acmupaiiud/OUOIICUA BOP-
CUH XOpPHMOHA).

BmMmecTe ¢ TeM B HEKOTOPBIX cy0beKTax PdD
HWUIIT Buenpen B cuctremy OMC. Tak, Ha oc-
HOBaHUM TIpuKasa JlemaprameHTa 3ApPaBOOX-
pauenusa ropoga Mockssbl mpoBegenne HUIIT
MOKa3aHO OepeMeHHBIM C WHAWBUIYAJbHBIM
puckom 1:101-1:2500[101].

ITo pesyabpTaTam mpPoBeAEeHHOTO 00630pa MBI
COWIN IIeJIecO00pasHbIM PAa3MECTUTh B BUE
TabJIUIBI BCe O0HAPY KeHHbIe HaMU ITPU3HAKH,
KOTOpHBIE, TTI0 MHEHUIO aBTOPOB, MOT'YT OBITH HC-
MOJIb30BaHbI B KAUECTBE MapKePOB PasInyHOM
XPOMOCOMHOI ITATOJIOTUH.

Ta6auua 2. YibTpasByKOBbIe IPU3HAKY, HA0II0[aeMble [IPY PA3JIUYHON XPOMOCOMHON IATOJOT N
Table 2. Ultrasound findings of different chromosomal anomalies

T'eneTuueckoe
3a00JieBaHUE

Chromosomal anomaly

Y 1bTPa3BYKOBOI IPU3HAK

Ultrasound finding

VBenuuenue TBII
Increased NT

Tpucomusa 21
Trisomy 21

Parotid gland aplasia

¢ npyrumu BITP

malformations

Non-visualization of the 4th ventricle choroid plexus with other

[6, 7]

Annasua OKOJIOYIIHOM JKeJIe3bl [12]

OrcyTcTBHE cocynucToro ciereHusa [V skeqyjouka B coueTaHUN [22]

YBenmueHue OOJIBIION ITUCTEPHBI [24]
Increased cisterna magna diameter

CTpyKTypHEIE aHOMAJIUU CePAIla ILIOAA [1]
Structural anomalies of the fetal heart
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Ta6auua 2 (npodonscenue).
Table 2 (extension).

T'eneTuueckoe
3a00JieBaHUE

Chromosomal anomaly

Y IBTPa3BYKOBOI IPU3HAK
Ultrasound finding

Tpucomusa 21 TpurycnugaabHasa perypruTaus
Trisomy 21 Tricuspid regurgitation

Perporpanubiii KDOBOTOK B BEHO3HOM IIPOTOKE
Reverse flow in ductus venosus

IIpsiMoe BIafieHre BEHO3HOTO IPOTOKA B HUMKHIOK [IOJIYIO BEHY
Direct draining of ductus venosus into the inferior vena cava

IXOreHHBIN KUIIIEUHUK
Echogenic bowel

HeBusyanusamus Uiy CHUKeHNe OCCU(PUKAINYA HOCOBOI KOCTH
Absent or hypoplastic nasal bone

VYBennuyenre MaKCUILIAPHO-MAHIUOYIISPHOTO YIJIa
Increased maxilla-mandibular angle

CHIKeHME TYJIbCAIMOHHOr0 NHAEKCA B ADTePUH Iy IOBUHBI
Decrease of umbilical artery pulsatile index

Tpanchopmanusa naaeHTsl 10 TUITY ITY3BIPHOTO 3aHOCA
Molar changes of placenta

YBennueHue KeJITOYHOTO MeIlKa
Increased size of the yolk sac

[5, 7, 14]
[1]
[1]
[1]

[5, 6]
[38]
[53]
[54]

[64]

Tpucomusa 13 VYBenuuenue TBII
Trisomy 13 Increased NT

Tomonpossumedans
Holoprosencephaly

OrcyTcTBHE COCYAUCTOrO ciieTeHus IV sKelynouKka B COUeTAHUN

¢ xpyrumu BITP

Non-visualization of the 4th ventricle choroid plexus with other mal-
formations

YBennuenue guamMerpa cybapaxHOULAIBLHOTO IPOCTPAHCTBA

Increased diameter of the subarachnoid space

Taxurapaus
Tachycardia

TpuKycnugaibHas perypruTamus
Tricuspid regurgitation

CreH03/HELOCTATOYHOCTD KJIallaHa JIerOYHOM apTepun
Stenosis/insufficiency of the pulmonary artery valve

OTHOCHUTEIbHOE CY KeHIe IPOCBeTa A0PThHI Ha YPOBHE €€ IyI'U
Relative narrowing of the aortic arch

T'umepsxoreHHbIE TOUYKHT
Hyperechogenic kidneys

Meramnucruc
Megacystis

HeBusyanusamus Wiy CHIKeHNe OCCU(PUKAINYA HOCOBOI KOCTH
Absent or hypoplastic nasal bone

Paciiesnnaa BepXHeH 4eIrocTu
Facial cleft

Perporuarusa
Retrognathia

VBennueHne MaKCUILIIPHO-MaHAUOYIAPHOTO yria
Increased maxilla-mandibular angle

[6, 7]
[4]

[22]

[23]
[6]
[5, 7, 14]
[19]
[4,13]
[1]
[29]
[5, 6]
[4]
[4]

[38]
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Ta6auna 2 (npodonscenue).

Table 2 (extension).

T'eneTuueckoe
3a00JieBaHUE

Chromosomal anomaly

Y IBTPa3BYKOBOI IPU3HAK
Ultrasound finding

Tpucomus 13
Trisomy 13

IlonupakTuansa
Polydactyly

EI[I/IHCTBeHHaH apTepud IIYIIOBUHEBIL
Single umbilical artery

KucTbl mymnoBuHBI
Umbilical cysts

Tpanchopmalus IIANEHTSI 10 TUILY IY3bLIPHOTO 3aH0CA
Molar changes of placenta

Me36HXI/IMaJILHaH AUCILJIa3nUdA IIJIaleHThL
Placental mesenchymal dysplasia

[43]
[1, 51]
[1]
[54]

[61]

Tpucomusa 18
Trisomy 18

VBenuuenue TBII
Increased NT

Annasus OKOJIOYIITHOM Keje3bl
Parotid gland aplasia

Kucrosuasa rurpoma
Cystic hygroma

JlaTepasibHBIE KUCTHI IIIEN
Lateral neck cysts
Muxkpotnedanus

OrcyTeTBHE COCYAUCTOrO crrereHusa IV sKeayqouKa B COUeTaHNT
¢ zpyrumu BITP

Non-visualization of the 4th ventricle choroid plexus with
other malformations

Perporpanubiii KpOBOTOK B BEHO3HOM IIPOTOKE
Reverse flow in ductus venosus

TpukycnumaabHas perypruTamus
Tricuspid regurgitation

CTeH03/HEIOCTaTOUHOCTD KJIamaHa JJeTOUHOH apTepun
Stenosis/insufficiency of the pulmonary artery valve

Meramnucruc
Megacystis

Owmpaiorere
Omphalocele

HeBusyanusamus nin CHUMKeHNe OCCU(UKAIIMYA HOCOBOI KOCTH
Absent or hypoplastic nasal bone

Pacmiesmua BepxXHel 4eJTI0CTH
Facial cleft

Spina bifida

OTcyTCTBUE JIyUEBBIX KOCTEH U JTyueBas QUCILIA3UA
Radial aplasia

EnuncTBeHHaA apTepus MYIOBUHE
Single umbilical artery

KI/ICTLI IIYIIOBUHBI
Umbilical cysts

XOpPUOHUYECKOE BBIILAUNBAHIE
Chorionic bump

[6, 7]
[12]
[13, 14]
[13, 14]

[21]
[22]

[26]
[5, 7, 14]
[19]
[29]
[34]
[5, 6]
[4]

[19, 40]
[43]

[1,51]
(1]

[55]
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Ta6auna 2 (npodonscenue).
Table 2 (extension).
I'eneTuueckoe o
U —— yJIbT{)aZ%ByROBO? np.nsnafc
Chromosomal anomaly Ultrasound finding
Monocomusa X0 Veenuuenue TBII [6, 7]
Monosomy XO Increased NT
Aniasus OKOJIOYIITHOM KeJie3bl [12]
Parotid gland aplasia
Kucrosnasa rurpoma [13, 14]
Cystic hygroma
JlaTepasbHBIE KUCTHI IIIeU [13, 14]
Lateral neck cysts
HeuvMmyHHaA BogIHKA ILJIOAA [19]
Non-immune fetal hydrops
OTcyTeTBHE COCYAUCTOrO ciieTeHns IV jKelynouKa B COUeTaAHNN [21]
¢ npyrumu BITP
Non-visualization of the 4th ventricle choroid plexus with
other malformations
VBennuenue guamMerpa cydapaxHOUIAIbHOTO IIPOCTPAHCTBA [23]
Increased diameter of the subarachnoid space
HyneBoit KpOBOTOK B BEHOBHOM IIPOTOKE [26]
Absent flow in ductus venosus
OOCTPYKIINS BEIHOCSIIETO TPAKTA JIEBOTO JKeJIyJ0UKa [18]
Left ventricular out-flow obstruction
OXOTEeHHBIN KUIIEYHUK [34, 35]
Echogenic bowel
VBennueHre MaKCUILIAPHO-MaHAUOYIAPHOTO yria [38]
Increased maxilla-mandibular angle
EpuncTBeHHAA apTepus MYyIOBUHBI [61]
Single umbilical artery
VBenuuyeHMe JKEJITOYHOTO MEITKa [63]
Increased size of the yolk sac
Cunzpom Hynan ¥YBennuenue TBII [6, 7]
Noonan syndrome Increased NT
HeuvmyHHaA BogSHKA ILJIOAA [19]
Non-immune fetal hydrops
Cungpom [u xxopmxu | Terpama @asio [28]
(mememus 22q11.2) Tetralogy of Fallot
Di Giorgio syndrome Ar .,
. PUOBEHTPUKYIAPHBIA KaHAT [28]
(22q11.2 deletion) Atrioventricular septal defect
IlepepsIB Ayru a0OPTHI [28]
Interrupted aortic arch
AreHesus KJamaHa JIETOUHO apTepuu [28]
Absent pulmonary valve
(Kputuueckuit cTeHO3 UJIN) aTPE3UA JIETOUHON apTepun [28]
Pulmonary atresia
O61uit aprepraIbHBIN CTBOJ [28]
Common arterial trunk
Cunpgpom Anakuis Terpana Panro [28]
Alagille syndrome Tetralogy of Fallot
Cungpom CHARGE ATpUOBEHTPUKYJIAPHBIN KaHAT [28]
CHARGE syndrome Atrioventricular septal defect
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Tabauna 2 (oxonwanue).

Table 2 (end).

T'eneTuueckoe o
Y —— yJII)T;)a.BByROl:lO? H§H3Halc
Chromosomal anomaly Ultrasound finding
TlepBruunas nuanapHas | ATPHOBEHTPUKYJISIPHBIA KaHAJ [28]
IUCKVHE3W s Atrioventricular septal defect
Primary ciliary
dyskinesia
Cungpom nemernun 1p36 | HedeKThI MeMKIKETYIOUKOBOI TEPETOPOTKH [28]
Deletion 1p36 syndrome | Ventricular septal defect
Anomanusa I6mTeiina [28]
Ebstein’s anomaly
Terpaga ®aio [28]
Tetralogy of Fallot
I BoitHOE OTXOKIeHe MaruCTPAIBHBIX COCY/IOB U3 IIPABOTO JKEJIYA0UKA [28]
Double outlet right ventricle
Cungpom Kaudcerpa Veenuuenue TBII [10]
Kleefstra syndrome Increased NT
Henenusa mieda Anomanuu 3afHell uepenHOH AMKHU [21]
4-11 XpPOMOCOMBI Posterior fossa anomalies
Deletion of the arm
of chromosome 4
Tpunnrongus Veenuuenue TBII [6, 7]
Tpumionaus Increased NT
VYBennueHnue quamMeTpa cydapaxHOUIAJbHOTO IIPOCTPAHCTBA [23]
Increased diameter of the subarachnoid space
Ymensmienue KTP, BeiparkeHHaA pasHUIIA MEXKIY OKPYKHOCTAMU [42, 44]
T'OJIOBBI U JKMBOTA
Small CRL, difference between head and abdominal circumference
CHU:KeHMe yJIbCAIIMOHHOI0 NHAEKCA B apTEPUU IIYIIOBUHBI [48]
Decrease of umbilical artery pulsatile index
YacTuuHbBIN Ty3bIPHBIN 3aHOC [42, 44]
Partial molar pregnancy
MeseHxuMaTbHASA JUCILIA3USA TIJIAIIEHTHI [61]
Placental mesenchymal dysplasia
Hecnuanue MI0OIHBIX 000JI0UEK [65]
Persistent amnion-chorion separation
IlepcucreHIIns KeATOUHOI0 MeIIKa 10 14 Hen [65]
Persistent yolk sac at 14 weeks
Tpucomus 15, 16 VBennueHune JKeJTOUHOTO MeITKa [63]
Trisomy 15, 16 Increased size of the yolk sac
Terpamaougusa YacTUYHBIN MTy3BIPHBIA 3aHOC [54]
Tetraploidy Partial molar pregnancy
Tpucomus 2 YBenuueHUe TOJIINHBI XOPHUOHA [25]
Trisomy 2 Increased chorion thickness
Cungpom BexBura— MeseHxuMaTbHAST JUCIIIA3USA IAIIEHTHI [58]
Bugemana Placental mesenchymal dysplasia
Beckwith—Wiedemann-
syndrome
Cungpom MeseHxumMaiIbHAS TUCILIAZUS ILIALEHTE [61]
Kineiindensrepa Placental mesenchymal dysplasia

Klinefelter syndrome
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A steady increase in average maternity age at the time of first childbirth lead to a higher risk of fetal
chromosomal abnormalities. The Order No. 1130n of the Ministry of Health of the Russian Federation
establish the screening protocol at 11—14 weeks of gestation with assessing the followed criteria of fetal
chromosomal pathology: the nuchal translucency thickness, nasal bone measurement, ductus venosus
pulsatility index, tricuspid regurgitation, and heart rate. The value of non-invasive prenatal testing
(NIPT ) in the early prenatal diagnosis of the most common chromosomal abnormalities, as the triso-
mies 21,18, 13, and monosomy X is also increasing. Additionally, numerous other fetal karyotype abnor-
malities can also be suspected at 11-14 weeks of gestation by revealing a number of other ultrasound
signs. The article presents the literature review on additional ultrasound signs of various, both more and
less common, chromosomal abnormalities. Pathological signs, abnormalities of fetal anatomy and extra-
fetal structures in the first trimester, which could be used as additional ultrasound signs of chromo-
somal pathology of various organs and systems (central nervous system and head, heart and blood ves-
sels, urinary system, abdominal organs, fetal skeleton, as well as the placenta, umbilical cord, amniotic
membranes) are described in the article. Despite the use of NIPT, including its extended panels, there
remains a need to use ultrasound to detect the signs of rarer, but no less significant chromosomal
pathologies, such as triploidies, mosaic trisomies, rare autosomal trisomies, duplications, and deletions.
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