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MpencTaBneH peakuii cuHapom Mukpopeneunn 13q B codetaHum ¢ gynnukaumein 10q, AETEKTPOBAHHbIE METOLOM YUMOBOIA
CpaBHUTENbHOI reHoMHol rmbpuansaummn (aCGH) y nnopa ¢ yBennm4yeHHo TOLLMHON BOPOTHUKOBOMO npocTpaHcTea (TBIM) u Hop-
MaJibHbIM Pe3ysibTaToOM KapuoTUMNMPOBaHMS BOPCUH XopuoHa. C y4eToM codYeTaHHON natonoruy Obin NpoBefieH aHanmnsa kapuoTuna
poauTeneli 1y otua 6bin BoisBneH kapuotun 46, XY,t (10;13)(g26.1;931.3), 4T0 NO3BOAMIO OLEHWUTH MPOrHO3 U NPELNIOXNTL NPeHa-
TaNbHYI0 AMArHOCTUKY Mpu nocnenytowyx GepemeHHOCTaX B aToi nape. O6cyxaaeTcs 3HavyeHue coBpemeHHoro metoga aCGH

B NpeHaTasbHON AMarHOCTUKE MUKPOXPOMOCOMHbBIX aHOMaJINIA.

KnioueBble cnoBa: 6epeMeHHble XeHLWYHbI, Y3, yBenuyeHne pasmepa BOPOTHUKOBON 061acTu nioaa, YAnoBas CpaBHUTENbHAS
reHomHast rubpuamnsauma (aCGH), sapuauym ymcna konuin IHK (copy number variation) — CNV

Brenenne

OCHOBHBIM MapKepoOM XPOMOCOMHBIX aHoMaluil (XA)
mona sisnsiercst ysenuuenue TBIT, mo nanueim Y3U [4, 13].
Opnako yBenmuuenue TBII, mo maHHBIM psiza aBTOpPOB, SIB-
JISIeTCSl MPENMKTOPOM HeOIaronpusiTHOrO MCXoAa W TIpU
HOpMaJIbHOM Kapuotune riofa [1]. Mcronas3oBaHue ctaH-
maptHoro KapuotunupoBaHus (400—800 mosoc wim 03H-
JIOB) TTO3BOJISIET BBISIBIISATH UNCICHHBIE U3MEHEHHUSI B KapHO-
TUTIE U TPyOble CTPYKTYpHbIE HapylIeHUs: TMOoTeplo (mese-
Msl) UM fo0aBiaeHue (JAyMauKalus) reHeTUYeCKOro Mare-
puana pazmepoMm 5—10 MJH 1.H. uau 6osee [14], moaromy
MHOTHE XpPOMOCOMHBIe HapyIlIeHWs] MEHBILIETO pa3Mepa Mpu
CTaHIAPTHOM KapHUOTUITMPOBAHUYU OCTABAIMCh HEPacIo3-
HaHHBIMU. B HacTosiiiee BpeMsi B MUpe CTAHIAPTOM TE€XHO-
JIOTMU, TTO3BOJISIIOIIEN BBISIBJISITh XPOMOCOMHbBIE aHOMAJTUK
MeHBbIIIero pa3mepa, sipisietcsa Meron aCGH, mo3Bossionmi
TMOBBICUTD pa3pellieHre KapuOTUITMPOBAHUS TpUMepHO B 20
pa3 1 BBISIBJSATH MOTEPU WM YABOGHUS] TeHETUYECKOTO Ma-
tepuana pazmepoM >400 1.11.H. [2]. [TokazaHo, 4yTO TIpU UC-
MOJIb30BAHUM TOJIBKO CTAaHAAPTHOTO KapUOTUITHMPOBAHUS
y TUI0[a/HOBOPOXAEHHOTO C TIOPOKAMU Pa3BUTHS TTPOITYC-
Kaetcss 10 60% MHMKPOXPOMOCOMHBIX aHOMAJIMii, KOTOPbIE
MOXHO BBISIBUTb COBPEMEHHBIMM MOJIEKYISPHO-TEHETHYE-
CKMMM MeTofamu [5], a oOHapyXKeHHe TaTOTeHHBIX MUKPO-
XPOMOCOMHBIX aHOMaJIMii y TUIOfOB ¢ yBenuyeHuem TBII
>99 npoueHTUIss U HOPMAJIbHbIM KapUOTUIIOM B CPOKU
11—14 Hemenb cocrasnsieT ot 1 1o 5% [10, 11]. braromaps
CTOJIb BBICOKOI uyBcTBUTEIbHOCTH MeToma aCGH B o6Ha-

* ABTOpBI 00 OTCYTCTBUM KOH(MIUKTA MHTEPECOB.

PYXEHUHM MUKPOXPOMOCOMHOTO AucOanaHca, 3TO UCCIIeN0-
BaHMe B psijie CTPaH PEKOMEHIYeTCsl KaK TeCT TepBOil TMHUN
JUTSI BBISIBJIEHUSI IPUYMH MTOPOKOB Pa3BUTHSA Y 11042 / HOBO-
poxnaeHHoro [3, 15]. HeoOxonuMocTh MpUMEHEHUSI JTaHHO-
ro Merona B Tpyrre OepeMeHHbIX ¢ yBeamdeHuem TBII
y TUIOJOB MOXET OBITh MPOMLTIOCTPUPOBAHO CJICIYIOIINM
KJIMHUYECKUM HaOJIOEHUEM.

Knunnueckoe HaOmonenne

IMaumenTtka 34 net oOpaTwiach B HAYYHO-TIOJUKIUHU-
yeckoe oTnencHue LleHTpa 3a MEIUKO-TeHETUYECKUM KOH-
cynbtupoBaHreM. COMaTUUECKM 370pOBa, MEHCTPYaJIbHbII
LMK 6e3 0COOEHHOCTEH, TMHEKOJIOTMYECKON MaToJIoTuy He
BBIsIBJIEHO. Bpak | He poncTBeHHbBIM. HacnencTBeHHOCTD He
otsroieHa. [IpodeccrnoHalbHbie BPETHOCTU y CYNPYTOB
OTCYTCTBYIOT. B aHamMHe3e omHa HOPMaJbHO IMPOTEeKaBIIAs
OepeMeHHOCTb, 3aBEPLIMBIIASICS POXAEHUEM 310POBOii J10-
yepu. TeueHne 6epeMeHHOCTH Oe3 ocitoxkHeHui. Cpok Oe-
pemeHHoctn 13—14 Hemenb. [lpuunMHON KOHCYIbTALIMU
cTanu pesyabrathl Y3U, mpu KOTOpoM Y Ij1ona oOHapyxKe-
HO: TOJILIMHA BOPOTHUKOBOI 06aactu 2,9 MM, 2-ii KOHTYp
TOJIOBKM, OTEK TMOAKOXHO-KMPOBOI KJIETYaTKU B 00JaCcTH
1IeH, CTJIaXKEeHHBIN TPOMWIIb; peBepCHBIN KPOBOTOK B Be-
Ho3HOM npotoke. Ha ocHoBanuu pesynsratoB Y3U u ypos-
Heit B-XI' u PAPP-A B KpoBM XEHIIMHBI, C ITOMOILIbBIO
KOMIMbIOTEPHOTO aHAJIM3a YCTAHOBJEH PUCK TpUCOMUU 21-it
XpOMOCOMBI 1:65.
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C y4eToM BBILIEU3JIOXKEHHOTO OBIJIO pElIeHO OIpee-
JUTh KapuoTun riona. IlpousBeaeH TpaHcaOIOMUHAIb-
HBII XOpUOlleHTe3 Mo cTaHaapTHoil wmetoauke. [locie
BHYTPMMATOYHOTO BMeIIATeJIbCTBA OEPEeMEHHOCTh TPOTE-
Kaja 06e3 ocinoxHeHMi. TKaHb XOpMOHA HampaBjieHa Ha
LIMTOTEHETUYECKUIl aHalIu3 U B KpuobaHK. B kieTkax xo-
pUOHA YCTaHOBJIEH HOPMaJIbHBIN KapMOTHUII, COOTBETCTBY-
o1IKi XeHcKoMy 1ojy: 46, XX. PekoMeHI0BaHO MPOJIOH-
rupoBaHue OEpPeMEHHOCTU TMOJ HaOJIOJEHUEM aKyllle-
pa-TuHekosiora ¢ TMnpoBeneHueM sxorpadpuu. OaHaKo
B 21-10 Henemo npu Y3U oTmeueHa mnialeHTOMeranus, a
y wioma — ajgo0apHas TOJoIpo3dHLedannsa, MUKpoleda-
JIASI, TUTIEPTEJIOPU3M, BBIpAaXKEHHbBI TMIPOTOPAKC, aCIUT,
OTeK MSATKUX TKaHeil TOJOBKU W TYJOBUIIA, TMMOIMIa3Us
Jerkux. bepeMeHHOCTh MpepBai.

B mocaenytoiieM ObLIO pellieHO MPOBECTH MOJIEKYJISIp-
HO-TeHeTUYecKoe McciieoBaHue MaTepuaa, COXpaHMBIIE-
rocst B kpuobanke meronom aCGH. Bwinenenue JHK u3
MOJIy4eHHOTO MaTepuasa MpoBeeHO C UCMOIb30BAHUEM Ha-
o6opa InvitrogenPureLink® Genomic DNA MiniKit
(CILA). IMomnorenomuast rubpumu3saumst odpasuos JIHK
npoBoauiaack Ha mukpouunax SurePrint G3 Human CGH
MicroarrayKit, 8x60K, (Agilent, CILIA). Pe3ynbTathl 06pa-
OatbiBaich mporpammoii Cytogenomics (Agilent, CIIIA),
nanee MPOBOAMIN OMOMH(MOPMATUIECKIIT aHATN3 C UCTTOJb-
3oBaHMeM Database of Genomic Variants BioXRT
[http://projects.tcag.ca/variation/], UCSC database
NCBI37/hgl9 (http://www.genome.ucsc.edu), DECIPHER
database (https://decipher.sanger.ac.uk/) u ISCA (https://is-
caconsortium.org/) . KnuHuueckasi 3HaUMMOCTb OLIEHMBA-
JIaCh C YYETOM pPeKOMEeHAAlMil AMEPUKAHCKOTo KoJulemxka
MEIUIIMHCKON reHeTuku [8], corjacHO KOTOpbIM OOHapy-
KeHHbIe Bapuaunu yucia konuii JJHK (copy number varia-
tion — CNV) MoryT ObITh MHTEPIIPETUPOBAHbBI KaK MaTOreH-
Hble, C HEOMNpeNeJeHHON KJIMHUYECKOW 3HAUMMOCTbIO W
JI0OPOKAYECTBEHHEIE.

Ilpy  MOJeKyISIPHO-TeHeTUYeCKOM  UCCIIeIOBaHUN
y Ioga oOHapyXeH penKuil XpOMOCOMHBIN IucOaiaHc:
IYTUTMKALMs yyacTka JUIMHHOTO tuieda 10-it XxpoMocoMbl —
BEPOSITHO MAaTOreHHbIN BapuaHT (puc. 1). OaHako ayruiMka-
uusa 10q aucrtanbHee pervoHa 25 He cBs3aHa ¢ MOPOKaMU
Pa3BUTHUST TOJIOBHOTO MO3Ta U OOBIYHO MMEeT MSTKUE KITU-
HU4YecKue TposiBieHust [6]. TToMruMo DyTuIMKauy BbIsSIBIIE-
Ha YyacTMYHasi MOHOCOMMSI y4yacTKa JJIMHHOro rjevya 13-it
XPOMOCOMbBI — PEAKUII MUKPOIEICHMOHHbIM cuHapom 13q
— maToreHHBI BapuaHT (puc. 2). OmucaHa CBI3b AeNIelUU
B obsactu 13q32 ¢ TsKeNbIMU MOPOKAMM Pa3BUTUST TOJIOB-
HOTO MO3ra, TAKUMM, KaK MEHUHTOLeJie, MO3TroBasl rpblxa,
aHoHUedanusa, Maabpopmauust HeHnu—Yoxepa, ariasus
MO3OJIMUCTOTO Tejla M TOJIONPO3dHIledanrs, a Takxke ¢ ue-
PEIHO-JIMLIEBBIMU aHOMAIMSIMU: MUKpoLedanusi, Opaxuiie-
anus, tpuroHouedanus, runepresoprusM, MUKPOGhTATb-
MU, IIMPOKas epeHOCUIa, MUKPOTHATHSI, pacllieInHa JIu-
a — ¥ C TUIIOIUIa3Ueil JIerkux [2].

YuuThIBasi COUETAaHHBIN XapaKTep MaTOJIOTUM, CYIpyraM
OBIJIO MPETOXKEHO CAaTh KPOBb ISl aHaIM3a KapuOTHIIA.

VY cynpyru ObL1 ornpenesieH HOPMaJIbHBIM XXEHCKUIT Kapuo-
i — 46,XX, a'y cynpyra ObUT BBIsIBJIEH KapuoTun 46, XYt
(10;13)(q26.1;931.3) (puc. 3).

Taxkum oGpa3om, ObLIO YCTAHOBJICHO, YTO Y IIJI0A UMEII-
csl pelkKuii CUHAPOM feselinu 13q B coueTaHuu ¢ IyTiIuKa-
uueii 10g, a y oTla UMeJI0 MECTO HOCUTEbCTBO COATAaHCHU-
POBAaHHOM XPOMOCOMHOI TPAHCIOKALIMU MEXIY XPOMOCO-
mamu 10 u 13. I1o gaHHBIM JIUTEPATypPHl, PUCK BHIKUIBIIIA
B JaHHOM nape npuomkaercs K 50%, a pucK poxXaeHUS Je-
Teil ¢ mopokamu pasButusi — K 20% [7], omHako cliemyeT
MOMYEPKHYTh, YTO KAXKIBIA CIydyail HOCHUTEJIbCTBA XPOMO-
COMHBIX TIEPECTPOEK JOJIKEH pacCMaTpUBAThCS OTACIBLHO U
TpeOyeT MHANBUIYAJIBHOTO MTOIX0/1a TIPU MEIUKO-TeHEeTUYe-
CKOI1 KOHCYJIbTAllMU B CBSI3U C YHUKATBHOCTBIO KaXI0TO Ta-
Koro ciy4as [9].

Brnaromapsi ycTaHOBJIEHHOMY TeHETUYECKOMY TUATHO3Y
Yy CEMbU MMEETCSI BOBMOXHOCTh MpeHaTaJIbHOM AMAarHOCTH -
KU TIpu ciienytolneit oepemeHHocTr ¢ 10 Henmenb myTeM 01o-
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Puc. 3. CbanaHcupoBaHHas TpaHcnokaums mexay 10 n 13 xpomocomamu y MyxunHbl 46, XY,t (10;13)(g26.1;931.3).

rnicuu xoproHa. CeMbe TakKe MOXHO PEKOMEHI0BaTh BCIO-
MOTaTe/IbHbBIE PEMPOAYKTUBHBIE TEXHOJOTMHU C IIPEIUMII-
JIJAHTALIMOHHOM JIWAarHOCTUKOM WJIM AOHALMEN TOJOBbIX
KJeTok. KpoMe Toro, peKoMeHI0BaHO OOC/IeI0BaTh 300PO-
BYIO JI0Yb CYIIPYTOB IIPU €€ BCTYIUIEHUN B OpaK JUIsl UCKITIO-
YeHMSI HOCUTEJIbCTBA cOaJaHCUPOBAHHOI XpOMOCOMHOIM Tie-
PeCTpoiiKM, yHACJAeIOBaHHON OT OTIIA.
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Rare chromosomal imbalance in the fetus:
the experience of the application of array comparative genomic hybridization (aCGH)
(clinical case)
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The article presents a rare microdeletion syndrome 13g combined with duplication 10q, detected by array comparative genomic
hybridization (aCGH) in a fetus with increased nuchal translucency and normal karyotyping result of chorionic villi. We also identified
the father’s karyotype 46, XY, t (10; 13) (926.1; g31.3). ltis allowed us to estimate the prognosis and to offer prenatal diagnosis in fol-
lowing pregnancies. CGH method can be essential complement to standard cytogenetic methods and should be done in the all cases
of fetuses with increased nuchal translucency.

Keywords: pregnant women, ultrasound examination, increased nuchal translucency, array comparative genomic hybridization
(aCGH), copy number variation (CNV)
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