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MpeHaTtanbHa giarHOCTMKa XpOMOCOMHOIO MiKpOAyN/iKaLiMHOro CUHAPOMY
22q11.21 y nnopa 3 BpOAXKEHOK BaA0H CEpPLEBO-CYANHHOI CUCTEMMU
(KniHiYHMI BUNAAOK)

Pesmome. [IpescTaBieHUH KIIHIYHUEI BUNaA0K Mikpoaymiikanii xpomocomu 22q11.21 y nuioza 3 Baio0 po3BU-
TKy CepLeBO-CyJMHHOI CUCTEMH — CYAUHHUM KinbLeM. Lllell aHaTOMIYHUI BapiaHT CYAMHHOIO KilbLs € BKpal
pigkicHuM i cpopmMoBaHuil KOMOGiHALi€I0 MATOMOTYHOI JIiBOTI peTpoe3odarajbHOi OTMHAIOYOI LKUHHOI AYTH aop-
TH Ta JIiBOIO apTepia/lbHOK MPOTOKOK. AHATOMIYHUMH OCOGJIMBOCTSIMU OTMHAKOYOI IUHHOI AYTH aOPTH € Jii-
BOpO3MillleHa NAaTOJIOTiYHO KpaHiaJlbHO BUKPUBJIEHA Jyra a0PpTH B KOMOiHallii 3 MPaBOCTOPOHHBO HU3XiJIHOIO
aopTo. g cyauHHa naToJIorisa Moxe COPUYMHUTU KOMIIpecito Tpaxei Ta crpaBoxofy. CaMe 1ieid BapiaHT CyAuH-
HOTO KiJblifl € HA/I3BUYAallHO HeCNIPUAT/IMBUM /14 XipypriuHol kopekuii. XpoMoCOMHUI MikpoayIliKaliiHUN
cuHApoM 22q11.21 aconiroeTbed 3 KJIIHIYHOIO KAPTHHOIO CUHAPOMY «KOTA4Y0ro oka. Ilif 4ac onucy KaiHIYHOTO
BUIA/IKy HaBeJleHi YHiKaJbHi JjaHi iHCTpyMeHTa/bHUX Ta reHeTUYHUX AocaimKkeHb. OnvcaHi Bci eTanu o6eTe-
»KeHHS BariTHOI BiJi IEPBUHHOTO [0 TPETUHHOTO PiBHIB MeZMYHOI lonoMoru. Takox npe/icTaByieHi 0Co6JIUBOCTI
I BOXKJIMBICTb MYJbTUAMCLUAILIIHAPHOTO MMiX0AY.

Kawuosi caoea: sazimua, npeHamaabHa diazHOCMUKA, XPOMOCOMHA NAMO102is, 8podiceHa 8ada cepysi, Mikpo-
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dynaikayis XxpomMocomu, cyOuHHe Kiabye, MyabmuducyunaiHapHuil nioxio.

Beryn. Bagy ceplueBo-cyMHHOI cCUCTEMH, IK OZiHA 3
HaMOI/IbII MOMKMPEHUX NATOJIOTIN, 3yCTpivyaloThCcs 3 pis-
HOI0 4aCTOTOIO 3aJI€2KHO BiJl perioHy JoC/iIKeHHs i 3a [a-
HHUMMU CBITOBOI CTATUCTUKHU Lie} TOKa3HUK KOJUBAETHCS B
Mexax BiJf 4-5 10 9 BunazakiB Ha 1000 kMBOHAPOAXKEHUX
[1, 2, 3]. Bpomkeni Baau cepus (BBC) 3aiiMatoTh npoBifHe
Miclie cepef iHmux Baf, po3BUTKY (0 30 %) i € yacTuHOIO
HalBa)KYMX CTaHiB — MHOXXMHHUX BPOJ>KEHUX BaJ] PO3BU-
TKY [4, 5, 6].

BapTo HarosiocuTy, 1o 6su3bko 10 % BuUmagkiB 3a-
rubesii mioAa BiiOYBAaIOTbCS 3a PAxXyHOK BAXKKUX POPM
BBC [7].

XpoMoCcOMHa MaToJIorid, K ofHa 3 npuiuH BBC, xia-
THOCTYETbCA Y TPETUHU NaLli€HTIB [8] i moTpebye MynbTH-
JUCLUIJIIHAPHOTO NiZiX04Y B AlarHOCTHUL.

© 2022 The Authors. Published by Professional Edition Eastern
Europe. This is an open access article under the CC BY-SA license
(https://creativecommons.org/licenses/by-sa/4.0/).

Ha cborogni BBC 3asumarmTbcd aKTyaJbHOK IPO-
6s1eMor0 y deTasnbHIN Kapziosorii, ocKiJbku 6iabLIICTL
ceplieBUX BaJl € BiTaJIbHUMHU i IOTPeOYIOTh Cy4yacHoI Aia-
THOCTHKH Ta JIiKyBaHHs. 3a OCTaHHI POKHU 3’IBUJINCS HO-
Bl /laHi B pO3yMiHHI IeHETUYHOI IPUPOJHU CepLieBUX Bas.
BuKopHCcTaHHS BUCOKOYYT/IMBUX CllelUPIYHUX MOJIEKY-
JIIPHO-TEHETUYHUX METO/iB, TaKuX sIK QJyopeclieHTHa
in situ riépuausanisa 3 jgoxkyc-cnenqudiYyHUMU 30HJAMH,
MyJIbTUIJIEKCHA Npo6o3aJsiexHa JilirasHa JlaHLIorosa pe-
aKuig 3 nojasbiioo amiutidikaniero (multiplex ligation-
dependent probe amplification, MLPA) Touio, fgaioThb
MOXJIMBICTb [[iarHOCTYBaTU MyTalil pi3HOro po3Mipy 3
BUKOPHCTAHHSAM HeBEeJIMKOI KiJIbKOCTI [JOCJ/i)KyBaHOI0
MaTepiajy sk nnpe-, Tak i NIOCTHATaJbHO.

Jlokyc xpomocomu 22q1l1 xapaKTepu3yeTbCA BUCO-
KOI0 AWHAMIYHICTIO i YacTUMU mepebyfoBaMu pi3HoI
eTioJsioril. 3okpeMa aynuikauii 22q11.21 Bigpi3HAWTb-
Cs 3a po3MipoM, OTKe, MalTb Pi3HY KiJbKICTb TeHIiB
(pucyHoxk 1).
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PucyHok 1. Cxemamuy4He 300paxeHHs KpUMUYHO20 pe2ioHy
xpomocomu 22q11.21, Oe idbynacs dynaikauis

Cunzpom Mikpoaymiaikauii 22q11.21 («koTsg4yoro
oka»), abo lImiaTa - ®pakkapo, Buepuie 6yB 3aHeCEHUN
Jo Kartajsory B 1899 poui. [lomupeHicTb cuHApOMYy CTa-
HOBUTH 1 : 74 000 BunazakiB y nomysauii i € pigKicHUM
cuHJpoMoM. Jlnis i€l naTosiorii xapakTepHa Ay»e BUCOKa
BapiabesbHICTh KJiHIYHUX MPOSBIB, 1[0 YCKIAJHIOE Ipe-
Ta MOCTHATaJbHY JiarHOCTUKY. OnucaHi Hal6iabII YacTi
NpOsIBU CUHJPOMY: OJJHO- UM JIBOCTOPOHHS KoJiob6oMa
paliiy’>KK1 OKa, aTpesida aHyca, NpuBylHi icTynu, Bagu
ceplsl, aHoMaJlii po3BUTKY HUPOK, CKOJ1i03, p03yMOBa Bifi-
cTanicThb, auLeBi guamopdii, posienyeHHs nigHe6iHHS
Ta iH. Kiacuuna dopma wniel natosorii BifoMa y BUIIISA-
JAl Tpiagu CMMIOTOMIB: aHOMaJlil LIJIYyHKOBO-KULIKOBOI'O
TPaKTy (aHaJILHOTO OTBOPY), KoJIo60Ma palAyKKH OKa Ta
npuByiHi ¢ictynu. Taki Bagy, sk Tpiaga, 3ycTpivaroTbest
B 41 % BUNajKiB.

MeTta - npoaHanisyBaTu KJiHiko-1abopaTopHi AaHi
He36aJlaHCOBaHOI XPOMOCOMHOI nartoJiorii y miaoja AJjs
MOKpallleHHs] IpeHaTalbHOI AiarHOCTUKHU.

KniHiyHuii BUnaok

Baritha C. BikoM 31 pik mocTynu/a Ha KOHCYJIbTaLlilo
Jl0 JiKapsi-reHeTHKa B reHeTUYHUH LIeHTp 3a HalpaBJieH-
HAM deTasbHOro KapzioJsiora Ha 20-My THXKHI BariTHOCTI 3
AiarHosoM BBC y nioga. BariTHicTh nepiua, 3an/1aHoOBaHa,
npupo/Ha (6e3 BUKOPUCTaHHSA PeNpOJYKTUBHUX TEXHOJIO-
riit), mepebir 6e3 3arpo3u nepepuBaHHs. 3riHO 3 pe3yJib-
TaTaM{ aHaJlizy poJloBOAy B ciM'l moApy»xksA He 6y/o BU-
NaZiKiB BPO/PKEHUX BaJl PO3BUTKY, CHHJPOMa/TbHUX GOpM
reHeTHYHOI NaToJ0rii, XpOHIYHMX 3aXBOPIOBaHb, BUNA/IKIiB
penpoAyKTUBHUX BTpaT. BariTHa Ta ii yos10Bik (36 pokiB)

3JI0POBi, He MaJIY IIKiZJMBUX 3BUYOK i MpodeciiHUX MIKiz-
JINBOCTEH, Mi>k HUMU BiICYTHI pO/IMHHI 3B’I3KH.

YnbpTpasBykoBe focaifpKeHHs BariTHoi B | TpuMecTpi
Oysi0 mpoBeJieHO B TepMiHi 13 TWXKHIB 3 BH3HAYEHHSIM
MapkepiB XpOMOCOMHOI mnartoJiorii, siki mepebyBasu y
Me)KaX HOpMaJIbHUX 3HaueHb: TOBIIMHA LIMWHOI CKJIAJ-
KM B IJ10/ja cTaHoBuJa 1,39 MM, 6yJsia HasiBHA HOCOBA Kic-
TOYKa, MyNOBMHA 3 TpbOMa CyJJUHaMHU i 3 cepeJiHIM BiA-
XOJKEHHSAIM y IJIalleHTi. Y mJ10/ja He BUABJIEHI BPO/KEHI
Ba/li PO3BUTKY.

3a pesysnbrataMu 6GioxiMiuHOro ckpuHiHry | Tpume-
CTpy BariTHa BBiHllIa JO Tpyny NiJBULIEHOTO TeHe-
TUYHOI'0 PU3UKY W00 XPOMOCOMHOI maToJiorii y mJo-
Jla - iHAUBiIyaNbHUH KOMGIHOBAaHMH PU3MK i3 TpUCOMIl
xpoMmocoMu 21 craHoBuB 1 Ha 88. Y 3B’sA3Ky 3 THUM 110
IHAUBiAyaJIbHUN PU3UK 3 XPOMOCOMHOI MaTOJIOT], AKUHI
OyB pO3paxOBaHUM Ha OCHOBI MOEJHAHOTO JIOCTIPKEHHS
3rigHo 3 miagxogoM PoHAYy MeMLMHU IJ0JA, BUSBUBCA
NiZIBUILEHUM, BariTHIN 6yJI0 peKOMEH/I0BaHO MPOBE/IeH-
HA IHBAa3MBHOTrO [iarHOCTUYHOI'O0 BTPYYaHHS y BUIVIAAI
aMHIOLeHTe3y 3 MeTOl0 BH3HA4YeHHS KapioTumy MJoja.
HacTtynHe n/iaHOBe y/nbTpa3ByKOBe AOCJIPKEHHS MJ0oAa
Oysi0 mpoBeZieHO B TepMiHi 17 TWKHIB, mij yac sKoro Ji-
Kap 3amilo3puB BaJly PO3BUTKY JAyru aopTH. [HIIUX Baj,
PO3BUTKY B IJI0/Ia BUSIBJIEHO HE 6YJI0.

BpaxoBytoun Besinky WmoBipHicTb BBC y mioga, Ba-
riTHY HallpaBWJIM [0 Cleliali30BaHOr0 KapAioJ10riYyHoro
LeHTpY AJId NiATBepKeHHs CyJMHHOI 1aToJI0Til cepus.

BapTto 3asHayuTy, o B 17 THXKHIB BariTHOCTI y mna-
LiEHTKHU OYB MpOBeJleHUH HeiHBAa3MBHUM NMpeHaTaJbHUN
JHK-Tect npu koHueHTparii ¢etanbHoi JHK 9,94 %, 3a
pe3yJbTaTaMH SIKOTO He OyJ0 BUSIBJIEHO aHeyILIoiAii 3a
23 napamu xpoMocoM. OTpuMaHi aHi BUle3a3Ha4Ye€HOr 0
NpeHaTaJbHOI0 TECTY He BUKJII0YaJIHU MOXKJIUBOCTI iHILINX
XPOMOCOMHHUX, 30KpeMa MiKpOCTPYKTYpPHHUX, aHOMasil.
[Ipy boMy WMOBIpHICTb XNGHOMO3UTUBHUX PE3Y/IbTATIB
Bignosigasa 0,03-0,23 %, xubHoHeraTuBHuxX — 0,5 %. Y
3B’I13Ky 3 OTPMMaHUMHU JIaHWMH BariTHIN 6ysiv HaJjaHi pe-
KOMeH/alil oA blIIoro 06CTeXeHHS MJ10/1a.

Exokapgiorpacdiune gociaimkeHHs mioza BariTHoi C.
Oysi0 mpoBeJieHe B TepMiHi 17 THKHIB JlikapeM-KapzioJio-
roMm Ha 6a3i creniasizoBaHOTro Kap/AioJIOTiYHOTO LEHTPY,
nif, yac saxoro nigrBepauaaca BBC y nyioga: oauH 3 pia-
KICHUX BapiaHTIiB CyAMHHOIO KiJIbLiA y BUIVISAI OTMHAKY O]
peTpoe3odaranbHOi JiBOI IUHHOI AYyTrH a0pTH (PUCYHKHU
2,3,4,5). Tumyc y nuioza BidyasisyBagcs, y 6i/1b1IOCTi BU-
na/ikiB npu fesenii 22q11 BiH BificyTHIH (pUCYHOK 6).

Bigomo, 1m0 BUAB/JeHa Baja MOXKe MOEAHYBATUCA 3
103acepieBOI0 NATOJIOTIEID, ¥ T. Y. FEHETUYHO 06YMOBJIE-
HOIO — YacTillle 3 aHOMaJIiIMU XpOMOCOMHU 22. Y 3B’A3Ky 3
I[MM, BariTHi# 6yJ10 peKOMeH/J0BaHO NPOBe/IeHHs MarHiT-
HO-pe30HaHCHOI Tepamnil 1m1oja A/ YTOYHEHHs [iarHo3y
BBC i BUKJIIOUeHHS iHIIUX BaJ| PO3BUTKY, @ TAKO0K IOBTOP-
He exoKapaiorpadiyHe mocC/i»KeHHs 11042 B TepMiHi 20
THXKHIB recrariii.
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PucyHok 2. Bizyanizauyis ocuHar4oi pempoe3ogpazansHoi
71i80i WuUliHOI dyau aopmu y 8UCOKIl npoekyii mpbsox cyouH i
mpaxei. BucxioHa aopma. Exokapdiozpacgpis nnoda, 17 muxmHig
8azimHocmi. Pexum Konboposo2o donnaepa
IIpumimka. AORTIC ARCH - gyra aopTu.

PucyHok 4. Bizyanizauis o2uHar4oi pempoe3opazansbHoi nigoi

wutiHoi Oy2u aopmu no doszili oci. [egpopmosaHa suKpusieHa

dyza aopmu. Exokapdioepagis nnoda, 17 muxmHis 8azimHocmi.
Pexum eHepzemuyHo20 donnsiepa

Jlani, orpumMani BHacaifjok nposeaeHoi MPT mioga
Ha 20-My TWXKHI BariTHOCTI, CBIJYMJHU NPO HOpPMasbHe
po3TalllyBaHHS BHYTPIIIHIX OpraHiB Ta CTPyKTyp cepus
(situs solitus), HasiBHiCTb BMIL€3a3HAYEHOI MATOJIOTI Jy-
I'Y a0OpTH Ta NPO BiJCYTHICTh BaJi PO3BUTKY IHIIUX Opra-
HiB (pucyHku 7, 8).

[ToBTOpHa exokapaiorpadis mioaa B TepMiHi 20 THX-
HiB Zlajla 3MOT'y OTpUMaTH J0/aTKoBi 306paxeHHss BBC
y BUIVIAZI BKpal piAKiCHOro BapiaHTa CyJUHHOIO KiJb-
15, a caMe JIiBOi peTpoe3odarajbHOi OrMHAKYO0I MHUHHOT
JyTW aopTH (JiBa Jlyra aoOpTH, MATOJIOTiYHO BUKPUBJIEHA
B KpaHiaJIbHOMY HaIlpsIMKY, i MpaBa HU3Xi/JHa aopTa) Ta
JIiBOI apTepiasibHOI MPOTOKU. OCKIJIBKU CYyJUHHI KiabLsd

PucyHok 3. Bizyanizauis nigoi apmepianeHoi npomoku y
8UCOKIl npoekyii mpbox cyduH i mpaxei. Exokapdioepagis
nnoda, 17 muxHie sazimHocmi. Pexum KoL0posoeo donniepa

Ilpumimka. DA - apTepia/ibHa IpoTOKa.

PucyHok 5. [lamonoziyHe npase po3mauwysaHHs 4epesHoz2o
8i00iny aopmu 8 NPoeKuyii BUCOKO20 NONEPEYHO20 Po3pi3y
yepesHoi nopoxHUHU. Exokapdiozpagis nnoda, 17 muxHis

gazimHocmi

MalwTh BUCOKY YaCTOTY XpOMOCOMHOI maToJiorii (10 36 %
3a OCTAHHIMU JaHUMH JiiTepaTypH [9]), BariTHiK Gysa pe-
KOMEH/I0BaHa KOHCY/bTallisi TeHeTHKa 3 MeTOI0 BUKJIIO-
4YeHHA XPOMOCOMHOI NaTOJIOTii, HECIPUATIUBOI [/ NPO-
THO3Y Nic/51 HApOPKEHHS.

BpaxoBylooun pe3ysbTaTH iHCTPYMEHTaJIbHUX JOCJIi-
JPKeHb NMallieEHTKH Ta NpeHaTaJbHOTO FeHETUYHOI'0 CKPU-
HIHTY, TOBTOPHO NPOBE/IEHO MeIUKO-TeHETUUHE KOHCYJIb-
TYBaHHA NOAPYACKA AJ11 BUSHAYEHHA N0JaJIbII0] TAKTUKHU
BeJleHHd BariTHOCTi. He3Baxarouu Ha pe3y/ibTaTH HeiHBa-
3MBHOI'0 METO/y OGCTeXEeHHs], y Pe3y/bTaTi AKoro He Oy-
Jla AijarHOCTOBaHa XPOMOCOMHA MATOJIOTis, BariTHiKA 6yJo
peKOMeH/I0BaHO BUKOHATHU aMHIOLleHTe3 [/l OTPUMaHHA
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+ Dist 1.36 cm

PucyHok 6. Tumyc nnoda. Exokapdioepagis nioada,
17 muxHie sazimHocmi

IJIIJHOrO MaTepiajly 3 NOJaJIbIIUM NIPOBE/IeHHAM MOJIEKY-
JIIPHO-LIUTOT€HETUYHOTO METOAY 3 METOH BHUKJIIOYEHHHA
MIKpPOCTPYKTYPHHUX MOpPYyLIeHb XpOMOCcoM y maoga. Otpu-
MaHi pe3y/ibTaTy HaBeJieHi B Tabaui 1.

Ananizyrouu gaHi Ta6sauui 1, BapTo BKasaTU Ha BU-
sIBJIeHy Mikpoaymiikanito xpomocomu 22q11.21 (cuHo-
HIM - AucTajibHa Tpucomisa 22q11.2), ika acoIiloeThbcs 3
KJIIHIYHOK KapTUHOK CUHAPOMY «KOTSAYOr0 OKa». TaKoxX
BUSBJIEHI iHIII CTPYKTYpHi nepebyi0BU XPOMOCOM y BHU-
i aymiaikanii xpomocomu 5q13.1 Ta fesnenii xpomo-
comu 8p23.1. 3rifHO 3 JiTEpaTypHUMU JaHUMHU, He OYJI0
BUSABJIEHO acoljanii [UX XxpOMOCOMHUX NOPYLIEHb i3 XK0/-
HUM 3 ONIMCAaHUX KJIIHIYHUX CUH/POMIB.

Ha npeHaTasbHOMYy MaTepiaJi (kJiTHHaX aMHIOTUYHOL
piguHu i pibpobsiacTax wkipu) 6ysi0 NpoBeeHO [JUTOTe-
HeTUYHE JOCAipKeHHH 3 pe3yJIbTaTOM KapioTUIly IJ10/a
46, XY, 110 BiANOBiZja€ HOPMI.

Tabnuuga 1

~

(2], Cenvical LAA

B = \ =,

PucyHok 7. MPT nnoda. [opu30HManbHa naouuHa,
20 muHis saeimHocmi

IIpumimka. Cervical LAA - cervical left aortic arch - mniina j1iBa gyra
A0pTH.

PucyHok 8. MPT nnoda. CazimansHa naowuHa,
20 musHis sazimHocmi

Xapakmepucmuka XpOMOCOMHO20 MIKpOMAampuyHo20 aHanisy y naoda eazimuoi C.

Po3mip ainsHku

Onuc BiAXUNEHHSA (Mb) 3anyyeHi reHu AcouiioBaHa nartonoris
arr[hg19] 0,78 OMIM ARHGEF28 He acouitoeTbcs i3 CMHAPOMANbHOK NAaTONOTIEL.
5q13.3(73,823,486- BapiaHT 3 HEBCTAHOBNEHO KNiHIYHO
74,532,043)x3 3HaYYLLICTHO.

Inaekc rannoHepocratHocti — 0,47.pL1 = 0
arr[hg19] 0,48 OMIM He acouito€eTbes i3 cMHAPOManbHO NATONOTIE.

8p23.1(7,403,596-
7,881,316)x1

FAM90A18P,FAM90A14P, DEFB103B, BapiaHT 3 HEBCTaHOBNEHOK KNiHIYHOO
FAM90A8P, FAM90A19P, FAM90A7P,
FAM90A9P, FAM90A10P, SPAG11B

3HauyLiCTHO.
IHoekc rannoHenoctatHocti - 0,89.4.pLI =0

arr[hg19] 0,11 OMIM
22q11.21(19,396,124- CDC45, HIRA, MRPL40, UFD1
19,503,227)x3

AcouitoeTbest 3 22q11.2 microduplication
syndrome (ICD-10:Q92.3), nepebyBatoun B Me-
ax natoreHHoro perioHy. [eH HIRA - HI = 19,47,
pLl=1
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[licia oTpuMMaHUX pe3yJbTaTiB MOJIEKY/ISPHO-TeHe-
TUYHOTO 06CTeeHHs BariTHOI C. 6y/10 MOBTOPHO MpOBe-
JleHO MeJIJUKO-TeHeTHYHe KOHCYJIbTYBaHHS, MMif, yac SKOro
ciM’st oTpuMaJsia NoBHY iH$oOpMal(ilo PO BUSABJIEHY XpO-
MOCOMHY He36a/JaHCOBaHY MaToJIOTio M1o/a Ta ii ycKkiaz-
HeHH4. [lofpy»0Ka NPUIHAJO pillleHHd PO lTepeprBaHHSA
BariTHOCTI.

[lpoBeseHO  maToOJI0rO-aHATOMIYHE  JOCJAIIKEHHS
abopTUBHOTO MaTepiany B TepMiHi 22 TWXHi BariTHOCTI,
mif, yac skoro Oysa miTBep/pKeHa BaJia CEPLEBO-Cy/UH-
HOI CUCTEeMH y BUIVIAAI CYyJUHHOIO KiJbLil — aHOMaJIbHO
3BUBUCTOI J1iBOi oruHar4oi WUKHOI AyTH aopTH. [HIIKX
Ba/Jl PO3BUTKY y IJIOJIa He CIIOCTepiransocs.

TakuM 4YKMHOM, BariTHa, NPOUIIOBILU BCi eTanu npeHa-
TaJIbHOI ZIlarHOCTHUKH, CBOEYAaCHO OTpUMaJia iHpopMaIiito
IIPO HAsAABHICTb XPOMOCOMHOI aHOMaJIil y IJI0fa y BUIVIAAL
pifkicHOro MikpoaymikaniiHoro cuHapomMy 22q11.21.

OTXe, KiJIbKICHI Ta CTPYKTYPHI 3MiHU XpOMOCOM € IPU-
YHMHOI0 pi3HUX GEHOTUIIOBHUX MPOSBIB, MpeHaTalbHa Jjia-
rHOCTHKA SKUX MOXXJIMBA, ajle MOTPeOYE 3aJydyeHHs Clie-
LiaJIicTiB BMCOKOCIEIia/Ji30BaHUX MeJWYHUX 3aKJIaJiB
pisHOoro mpodisto, Hacammepes akyulepiB-riHEKOJIOTIB,
JliKapiB-Kap/ioJIoTiB, TeHeTHKIB, JJabOpPaHTiB-T€HETHUKIB,
a TaK0X BUKOPUCTaHHS BUCOKOYYTJIUBUX MOJIEKY/ISAPHO-
reHeTUYHUX MeTO/IB.

BucHoBkM. Koxxen Bunajgok BBC y msoga, miaTBep-
JDKEHUH exokapziorpadiuHUM MeToAoM y creliasi3oBa-
HOMY 3aKJIa/li, IOTpebye MPOBeJIeHHSI MeJUKO-TeHeTHY-
HOr'0 KOHCYJbTyBaHHSA. 3acTOCyBaHHS y INpeHaTasJbHIiA
JiarHOCTHI BHUCOKOYYTJIMBOTO CIelupiyHOrO0 MOJIEKY-
JIIPHO-LIUTOT€HETUYHOTO0 MeTOAY JA€ 3MOTYy CBOEYACHO
JiarHOCTyBaTHU MIKPOCTPYKTYPHi MOpPYyIIEeHHS XPOMOCOM
y maoja. /lnHaMiuyHe crocTepekeHHs 3a BariTHoto 3 BBC
y mjioza notpebye MyJbTHUAUCIHUILIIHAPHOTO MiJX0Ly He
TIZIBKY /151 TOKPAIlleHHsA 1iarHOCTUKU Ta JiKyBaHHA, a U
JLJ151 pO3paxyHKy reHeTUYHOTO PU3UKY.

KoH@aikT iHTepeciB: BiacyTHIM.

. Maslen CL.
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Prenatal Diagnosis of Chromosome 22q11.21 Microduplication Syndrome in a Fetus
with Congenital Malformation of the Cardiovascular System: Case Report
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Abstract. A clinical case of microduplication of chromosome 22q11.21 in a fetus with a malformation of the
cardiovascular system (vascular ring) is presented. This anatomical variant of the vascular ring is extremely rare and
is formed by the pathological circumflex retroesophageal left-sided cervical aortic arch with the left arterial ductus
arteriosus. The anatomical features of the circumflex cervical aortic arch are the left-sided pathological curved aortic
arch in combination with the right-sided descending aorta. This vascular pathology can cause compression of the trachea
and esophagus. This variant of the vascular ring is extremely unfavorable for surgical correction. Chromosome 22q11.21
microduplication syndrome is associated with the clinical presentation of “cat eye syndrome”. The clinical case description
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shows unique data from instrumental and genetic studies. All stages of examination of a pregnant woman from primary
to tertiary medical care are described. The features and importance of a multidisciplinary approach are also presented.

Every case of congenital heart defect in fetus, confirmed by echocardiographic method in a specialized institution,
requires medical and genetic counseling. Using of the highly sensitive specific molecular cytogenetic method, comparative
genomic hybridization, in prenatal diagnosis allows for timely diagnosis of microstructural disorders of chromosomes in
fetus. Follow-up of a pregnant woman with congenital heart defect in the fetus requires a multidisciplinary approach not
only to improve diagnosis and treatment, but also to calculate genetic risk.

Keywords: pregnant woman, chromosomal pathology, congenital heart disease, microduplication of chromosome,
vascular ring, multidisciplinary approach.
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