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NNAUEHTAPHUU MO3AILU3M:
NOBHA AUCKOPOAHTHICTb
NAALEHTU I NNOAA
(kniHiyHMI BUNAAOK)

Pe3siome. MeTta. Onucat AiarHOCTUUYHWUIA aNrOPUTM KNiHIYHOrO BUNaAKY NOBHOI AUCKOPAAHTHOCTI NAALEHTU | Nnoaa,

BMABNIEHOI NPeHaTanbHO.

Martepian i meTogu pocnig:KeHHA. HeiHBa3MBHe TeCTyBaHHA XPOMOCOMHMX aHOMaili Naoga no Kposi BariTHoi (HIMT),
KapioTMnyBaHHA, XPOMOCOMHUI MiKpoMaTpuiHUiA aHanis (aCGH+SNP), noBHoek3omHe cekBeHyBaHHsA (WES NGS).

Pe3ynbTraTtu. BusisneHo NoBHy deTonnaueHTapHy AUCKOPAAHTHICTb Y BUMAAI TpMcOoMii Xpomocomu 16 (nnaueHTa) Ta ppar-
MeHTapHOI 0a4HO06aTbKIBCbKOT AMCOMIi 38 Xpomocomoto 16 (naig) i HocilicTBo MmyTauii B reHi cuHapomy KopHenii ae NlaHre
3 HEBCTAHOBNEHOHO KNiHIYHO 3HaYyLWicTio. PO3p061eH0 anropmMTm naaHyBaHHA NOAANbLIOT BAriTHOCTI, CNPAMOBaHWI Ha

MiHiIMi3aL,it0 MOBTOPHMX FrEHETUYHUX PU3UKIB.

BUCHOBOK. [pu Nigo3pi Ha NaaLeHTapHUI MO3aiLM3M ONTUMAIbHOK TAKTUKOIO € NPOBEAEHHA aMHIOLEHTE3Y Ta NaLEH-
TOLLEeHTe3y 04HOYACHO 3 NOBHMUM reHeTUYHMUM 0BCTEXEHHAM OTPMMAHOIo MaTepiany.
KnwouoBi cnoBa: nnaueHTapHMn Mmo3aiumnsm, spogreHi sagu, HIMNT, KapioTunyBaHHA, XPOMOCOMHUIA MiKPOMATPUYHUI

aHani3, Na1aHyBaHHA BariTHOCTI.

XPOMOCOMHMI MO3aiLM3M — HaABHICTb B opra-
Hi3Mi, AKMN PO3BUHYBCA 3 OAHIET 3UrOTU, ABOX YK
6inble KNITUHHUX NiHil i3 pi3HKUM KapioTunom. BiH
MO’Ke MOLKMPIOBATMUCA Ha YCi TKAHWHM OpraHismy
(icTMHHMI deTanbHUIA) UM BYTU OBMEXKEHUM NuLe
OEeAKMMU 3 HUX (0BMmexkeHuIH). Y BUNaaKy, Koiu Ka-
pioTMn camoro embpioHa HOpMaJibHUI, @ XPOMO-
COMHi aHOManii BUABNAIOTLCA INLLE B NPOBI3OPHUX
TKaHWHaxX 3apoAKy (XopioH, nnaueHTa), roBopATb
Npo obmeKeHUNn nnaueHTapHUit mosaiumsm. Xpo-
MOCOMHI aHOMaii NaueHTN NO-Pi3HOMY MOXKYTb
BM/IMBATM Ha embpioreHes: Big NOBHOI BigCYTHOCTI
BMNIMBY A0 3aTPUMKM BHYTPiLLWHbOYTPOOHOro pos-
BUTKY Ta 3arnbeni nnopga, Wo 3anexunTb Big TMny
XPOMOCOMHOT aHoMaii, ii MoWMpPEHHA B eKCcTpaemb-
pPiOHAaNbHMX TKAHUHAX, KiZIbKICHOrO CMiBBiAHOLWEHHA
HOPMa/IbHOTO 1 aHOMANIbHOTO KNOHIB, MOB’A3aHNMMU
enireHeTMYHUMN edekTamu [2, 4, 7].

Haltbinbw yactum Aasuwem € obmexeHuin de-
TaNbHUI MO3aiym3m (Tabn. 1), KymynATUBHA NMTOMA
Bara B 3aranbHil cTpyKTypi cArae 87,3%. Mpu ubomy
Han4acTiwe A0 MO3aiLM3MY 3a1y4atoTbCA MapKepHi
xpomocomu (31,6%), HalibinbL piakicHo — aHoMa-
Nii XpOMOCOM, 32 BUHATKOM BiTaJIbHUX Ta CTAaTEBUX
(2,8%) — aus. Tabn. 2 [3].

Mpwn uboMmy BigOMO, WO came mo3aiuusm Il Tuny
HaMbiNbLL 3HaYYyLLLEe BNAMBAE HA Nepebir Ta HacNiaKu
BariTHOCTi, 3HAaX0AA4YMN NPOAB Y KXXMOHONO3UTUBHUX»
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HecneundiyHMX pesynbTaTax CKPMHIHIOBUX A0CAI-
OXEHb i3 PO3paxyHKOM iHAUBIAYANbHUX PU3UKIB,
3HMXKeHHI piBHA PAPP-A 6inka, nnaueHTapHin auc-
bYHKLIT, nepeaYacHMX Nonorax, 3aTpMML,i PO3BUTKY

Ta6nuua 1. Mutoma Bara TMNiB mo3aiuusmy B 3a-
ranbHii Moro cTpyKTypi (3a AaHumu [3])

M.:)y;g'l'- Ipyna Kaplomn furoma

uMamy Tpodobnacty | Mesenximu | Amniouuris | B3rd
| ONM | AHOManbHUI | HopmanbHuii | Hopmanbhuii | 34,80%
Il OMNM | HopmanbHuii | AHomanbHuit | HopmanbHuid | 42,30%
1 OMNM | AHOManbHUM | AHOManbHUI | HopmanbHuii | 10,20%
1\ I®M | AHOManbHUI | HopmanbHuii | AHomanbHuii | 1,60%
Y I®M | HopmanbHuii | AHOManbHUiM | AHomanbHUn | 5,80%
Vi I®M | AHOManbHUI | AHOManbHWUI | AHoMmanbHuin | 5,40%
Mpumimka. ONM — obmexeHuli naayeHMapHuli Mo3aiyu3m;

1®M — icmuHHuli pemansHUli Mo3aiyusm.

Tabnuua 2. Mutoma Bara Mo3aiYHUX aHOManNIN
y 3aranbHiil cTpyKTypi mo3aiyusmy (3a gaHumu [3])

A6epauin Mutoma Bara
47,+mar 31,60%
AHeynnoigii ctaTeBUX XpOMOCOM 26,00%
Yacri (BiTanbHi) Tprcomii (13, 18, 21) 20,00%
CTpyKTypHi nepebyaosu 9,90%
Moninnoigis 3,30%
PigKicHi Tpucomii aBTocom 2,80%
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Puc. 1. fliaepama KaimuHHUX niHili, wo dugepeH-
yiroromeca Ha paHHix emanax embpioHaNbHO20 po3-
eumky [3]

nnoga, 3aBMep/ili BariTHOCTI, Bagax pO3BMUTKY Nioaa
Ta iHWKWX HECNPUATAMBUX HacNigKax BariTHOCTI [1, 6].

[iarHoCcTMKa X niaueHTapHOro Mo3aiuusmy as-
NnAe coboto CKNagHy NPakTUYHO-METO4MYHY Npobne-
MY, WO NOTPEeBYE YiTKOro po3yMiHHS IK MOXKINBOC-
TEeM KOXHOT0 OKPEeMOro aHa/liTUYHOro MeToAy, TaK
i ocobanBOCTEN ricToreHesy paHHix eTanis embpio-
HaNbHOTO PO3BUTKY, OCKi/IbKW YHiIBEPCA/IbHOTO Me-
ToAy AiarHOCTUMKMK, 30Kpema 1 4na nNaaueHTapHOro
Mo3aium3my, He icHye [3].

Onuc KniHiyHoro BunapkKy. MauieHtka K., 31 pik,
16 TUXKHIB BariTHOCTI (T.B.), 33 BNaCHOIO iHiliaTUBOO
3BepHynaca go KniHikm penpogyKTneBHoOi megnum-
HU «Hagia» 3 meTo npoBeaeHHA HEeiHBA3UBHO-
ro npeHatanbHoro reHetuyHoro AHK-tecTtyBaHHA
(HINT) Ha xpomocomHi aHomanii nnoaa NIPT Verify,
[llumina (no Bcix xpomocomax). JocniaxeHHa 6yno
BMKOHAHO BiANOBiAHO A0 NpUHLKUNIB [eNbCiHCBKOT
Aeknapadii. MpoTokon gocnigskeHHA 6yno cxBaneHo
JIOKanbHMM eTUYHUM KOMITETOM ANA BCiX YY4aCHU-
KiB. Ha npoBeaeHHs gocniaxeHHa 6yn10 oTpUmMmaHo
iHbopMOBaHY 3roay NalieHTKN.

OTpuMaHuii pesynbTaT: TPUCOMIA XPOMOCO-
mMun 16. 3anponoHOBaHO MeAMNKO-TeHETUYHE KOH-
CYNbTYBAHHSA.

AHamMHe3: cTpaxAana Ha nepBuHHe be3nnigaA
npotarom 3 pokiB..

JiarHo3: BariTHiCTb Nnepwa, BUAIKYBaHe WAA-
XOM [OO0MNOMIKHUX PEenpoayKTUBHUX TEXHONOrIN
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nepBuHHe 6e3nniaana (BHyTPilLLbOMATKOBA iHCEMI-
HaLiA Ha TNi KOHTPONbOBAHOT CTUMYAALIT OBYAALLT).
MepeanerKaHHA NaaLeHTH.

CimeliHMI aHamHe3 HeobTaKeHun. MpodecinHi
WKiANMBOCTI HE BU3HAYAKOTbCA. 3arocTpeHHA HSV Ta
roctpuin papuHrity 9 T.8., FlPBI — y 13-14 71.8. (6e3
CeposIoriyHol fiarHocTuKN).

CKPUMHIHIOBI A0CAIAXEHHA NepLlworo TpumecTpy
BariTHOCTi: 12 TuKHiB 4 gHi: KTP — 61,6 mm, Komip-
uesun npoctip — 1,4 mm, 6eta-XI1— 1,017 MOM,
PAPP-A — 0,177 MOM, PIGF — 0,329 MOM.

IHAMBIAYaNbHUI PO3PaXYHKOBUIN KOMBIHOBaHW
PU3NK:

e Tpucomisa 21: 1/50;

e Tpucomin 18:1/1022;

e Tpucomis 13: 1/1220;

® 33aTPMMKA BHYTPILWWHbOYTPOOHOIO PO3BUTKY:

1/8.

MauieHTKa 6yna noiHdopmoBaHa, LWo 3 binbLwoto
MMOBIPHICTIO Pe3yNbTaT 3yMOBNEHUN OOMEXEHUM
nAaueHTapHMM M0O3ailLLM3MOM, iCHYE BUCOKUI PU3UK
BHYTPiWHbOYTPOOHOT 3aTpMMKM YM 3arnbeni nnoga.

PekomeHpgoBaHoO:

® ynbTpa3ByKoBe AocnigxeHHa (Y3[) nnoaa;

¢ iHBA3MBHA reHeTMYHa AiarHOCTUKA (NnaLeHTo-

LEeHTEe3 Ta aMHioLeHTe3 i3 KapioTUnyBaHHAM);

e bGesonnatHa Bepudikauia pesynbtatis NIPT

Verify 3a gonomoroto BnacHoro NIPT SAGE-
Nadiya.

Pesynbtatn gocnigxKeHb 18-19 1.8.: NIPT SAGE-
Nadiya: Tpucomin 16 (z-score 13,75 (N -6...+6)).

MnhaueHToueHTe3: 47,XX,+16.nuc ish(D16Z3x3).
HiHouMI KapioTmn i3 perynapHoto TPUCOMIED Xpo-
mocomu 16. BepudikosaHo FISH: 3 curHanum, wo
BignosigatoTb xpomocomi 16, 100%.

AmHioueHTes: 46,XX.nuc ish(D16Z3x2). Hop-
ManbHWUI }KiHOYMIA KapioTun. BepuodikosaHo FISH:
2 cUrHaau, wo Bignosigatotb Xxpomocomi 16, 100%.

y3/4:

® lOHiNaTepanbHa anaasia NPOMEHEBOI KiCTKU

(HP:0011908);

e |oHiNaTepanbHaareHesiaHUPKKU (HP:0000122);

® 33TPUMKa BHYTPILUHbOYTPOOHOIO PO3BUTKY

nnoaa (HP:0001511).

BariTHiCTb NnepepBaHa Yepes HafaABHICTb meauny-
HUX NigcTas.

Pe3ynbTaTh KapioTunysaHHa ¢ibpobnacTis nao-
Aa: 46,XX.nuc ish(D16Z3x2). HopmanbHUM XKiHOUYMMI
KapioTumn.

3 MEeTOo0 BMKJIIOYEHHA FTEHETUYHUX YUHHMUKIB Na-
ToNOrii NnoAa, @ TAKOXK BUPIWLEHHA TaKTUKWN NAaHy-
BaHHA BariTHOCTI, PO3PaxXyHKY anoCTepiopHUX reHe-
TUYHUX PU3KKIB 3pa3oK dibpobnacTis nnoga 6yno
CKepOBAHO HA XPOMOCOMHMUI MiIKPOMATPUUHMIA aHa-
ni3 (MeTogoM NopiBHANBHOI FeHOMHOI ribpuansauii)
Ta NOBHOEK30MHe CEeKBEHYBaHHA.

XpPOMOCOMHMM MiIKPOMATPUYHUM aHanizom byno
BUABJIEHO YacTKOBY OAHOOATbKIBCbKY AMCOMIKO

5E3HOI.I.I'_I'DBHA
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Puc. 2. Yacmkoea odHobambKiecbka Oucomis KOpomkoz2o nae4ya xpomocomu 16 (6eHdu 16p13.3-

16p13.11)

KOpOTKOro naeva xpomocomu 16: arr[hgl9] 16p13.
3p13.11(4,781,662-15,965,258)x2 hmz (11,18 M6)
(puc. 2).

Y perioH ogHobaTbKiBCbKOI Ancomii BXxoauUTb
103 OMIM reHa, 3 skMx GeHOMeH rensioHeaocTaT-
HOCTI NPU3BOAUTb 40 NiATBEPAKEHOI NAaTOreHHoC-
Ti: 13, a came: ABAT, ALG1, CIITA, EMP2, ERC(C4,
GRIN2A, LITAF, MYH11, NDE1, PARN, PMM2, ROGDI
Ta SETP12.

OKpim uboro, AnAa AAHOro perioHy onMcaHo
2 MIKPOCTPYKTYPHI CUHAPOMM CXMNBbHOCTI A0 HEW-
POKOTHITUBHUX PO3NaAiB: CUHAPOM 3BOPOTHOI
MiKpogeneuii 16p13.11 Ta CMHAPOM 3BOPOTHOI
Mikpoaynaikauii 16p13.11. 3a3HayeHi cMHaApOMHU
YTBOPIOIOTLCA B CTaTEBUX KAITUHAX PEUUNPOKHO,
To6TO Aynnikauia B ogHilh 6yae cynpoBoaXKyBa-
TUCA Aeneuielo B iHWIMN i HaBNaKKW Yepes HanAB-
HiCTb BUCOKOrOMONOTiYHMX NOBTOPtOBaHMX ¢par-
meHTiB AHK (LCR16’s), Ta nposaBAOTbLCA Y BUTNALI
3aTPMMKM MNCUXOIHTENEKTYyasbHOro PO3BUTKY M
NeBHMX BPOAXKEHMX Bafd. Tob6TO, MoneKkynAapHa
CTPYKTypa JioKycy 16pl3 nepepbayae OCHOBY
ANA reHeTUYHOoI HecTabiNbHOCTI Ta NigBULLLEHUX
PU3UKIB KNIHIYHO 3HAYYLWMUX MIKPOCTPYKTYPHUX
nopyLleHb.

Takox Schulze Ta cnisaBT. [5] nigTBEPAKYIOTH Ha-
ABHICTb Y XpOMOcCOMi 16 noKyciB i3 gudepeHLiiHum
MEeTUNYBaHHAM, NOPYLIEHHA KapTu AKOro npusso-
ANTb 00 PO3BUTKY KapPTUHWN BPOAKEHOT FreHETUYHOT
naTtonorii, NigTBepArKEHHAM 4YOro € BMNagKW gia-
FTHOCTMKM 3aTPUMKM BHYTPILLbOYTPOOHOrO PO3BUTKY
nnoga ta/abo BpOAKEHWUX FrEHETUYHUX CTaHIB, LLO
acoL,itoBa/IUCh i3 YAaCTKOBUMM OAHODBATLKIBCbKUMMU
ONCOMISMM M NMOPYLUEHHAM KapTU METUYBaHHA
OHK pisHnx nokycis xpomocomn 16 npn Hopmanb-
HOMY KapioTuni nnoga/autuHn [8].

NoBHOEK30MHe CeKBEHYBaHHA. 3a pe3yabTaTa-
MM i8eHTUPIKOBAHO MyTalito B reTepo3nroTHoOMy
CTaTyCi 3 HEBCTAHOB/IEHOI KANIHIYHOM 3HayYyLlic-
THO, WO, iIMOBIPHO, MOXe MaTU KAiHiYHe 3Ha4yeH-
HA Yy BUMNA4i HAaBeAEHO! BULLE KAIHIYHOI KapTUHMU.
leH: NIPBL. MyTauif: c.4332A>C (p.Argl444Ser).
MyTauis 3HaxoAMTbCA B reHi, 3 AKMM NoB’A3aHo
BUHMKHEHHA cuHAapomy KopHenii ge Jlanre, Tun 1
(aBToCOMHE AOMiHaHTHe ycnagaKyBaHHA). binb-
WicTb BUNAAKiB 3aXBOPIOBAHHA € CNOPAAUYHMMMN,
BUHUKatoum de novo. Ona cuHgpomy KopHenii ge
Naxre Tvny 1 xapakTepHa BMpaxeHa npeHaTanbHa

rinonnasifa, 3HayHa 3aTpUMKa $i3MYHOro Ta iHTenekK-
TYaZbHOrO PO3BUTKY, 3HA4YHI BaAM PO3BUTKY.

BpaxoBytoum, WO KNiHIYHEe 3HaYeHHA MmyTaLii He
ineHTMdiKoBaHe, pEeKOMEHA0BAHO AOCNIAKEHHSA re-
HeTUYHMX 6aTbKiB Ha HociNCcTBO MyTauii c.4332A>C
reHa N/PBL i3 meTOl BU3HAYeHHA ii Kay3aTUBHOCTI.

BuvnaaKoBi 3HaxXigKn MOBHOEK3OMHOIO CEKBEHY-
BaHHA MICTUAMU: TeTEPO3UTOTHE HOCIACTBO MyTaUii
ABTOHOMHO-pPeLEeCUBHOI NATONOrIT:

® reH cnactu4yHoi napannerii Tuny 47 AP4B1,
myTauia c.1160_1161del (p.Thr387Argfs*30)
(naToreHHa);

e reH pediunty 6ioTUHIgasn BTD, myTauin
€.1336G>C (p.Asp446His) (naToreHHa) Ta aB-
TOCOMHO-A0MIHAHTHOI NATONOTrIT;

e reHa lWapko — Mapi — Tyta tuny 2Q DHTKD1,
MyTauis caiTy cnnalicuHry ¢.1897-1G>A (imo-
BipHO nNaTtoreHHa).

I3 HaBeAEHOrO BULLE MOXHA 3pO06UTU BUCHOBOK
Npo AOUiNbHICTb 06CTEXEeHHA NoAPYHKHbOI Napu Ha
npuxoBaHe HOCINCTBO peuecmBHoi naTonorii (Carrier
Screening) 3 MeTol MiHiMi3aLii pU3KKiB HapOAKEH-
HA B HUX AUTUHW 3 PELLECUBHOIO FEHHOO NATONOTIEL.

JoobcTerKeHHA NogpyKHbOT Napu Ha HOCINCTBO
myTauii ¢.4332A>C reHa NI/PBL, imoBipHO, A403BO-
NUTb NPOACHUTN NOXOAMEHHA ONMCAHOI NaToNOTrIl.
AKWo myTauis 6yae BMaBneHa B OA4HOrMO 3 reHe-
TUYHUX BaTbKiB, Le cayrysatume nigcraBoto gna
BUK/IIOYEHHA KAay3aTUBHOCTI MyTauii Ta BUCHOBKY
npo Te, WO MyTaLiA HEMAaTOreHHa, a OTXKe, EAUHUM
YMHHMKOM Baj, PO3BUTKY NaoAa moxe bytu ¢par-
MeHTapHa oAHO6aTbKIBCbKAa AMCOMIA KOPOTKOro
nneya xpomocomun 16. OcTaHHA, iIMOBIpHO, Tpanu-
naca nicns MmeioTUYHOTO HEePO3XOAKEHHSA XPOMO-
COM Yy rameToreHesi ogHoro 3 6aTbKiB i3 NoAaNbLLO
caMoOKopeKLieto embpioHa, nig Yac Akoi Bigbyscs
KacKag NpoLLeciB «po3pmBy-36MpaHHA» XPOMOCOM
(xpomoTpuncuc) Ta yTBOpeHHS pparmeHTapHOI oa-
HOBaTbKIBCbKOI AMCOMIi. ANPiopHMIN NOBTOPHUI re-
HETUYHUI PU3MK ONA NOLPYHKHBOT NAaPU € HU3bKUM
32 04HO6ATbKIBCbKOI AMCOMIEID Ta MiABULLEHUM
CTOCOBHO MOMJIMBUX XPOMOCOMHUX aHOManNii (3a-
ranbHUM — 8%, Tpucomis xpomocomm 16 — 2%).
Y TakoMy BMNaAKy NOAPYXHil Napi AouinbHO 3anpo-
NOHYyBaTU B Noganbwomy umkn APT i3 npoBegeHHAM
npeiMmnAaHTaLiMtHOro reHeTUYHOro TECTYBaHHA 3 Me-
TOH BUK/IIOYEHHSA NepeHocy aHeyna0igHoro emopio-
Ha, @ TAKOXX XPOMOCOMHUIM MIKPOMATPUYHMI aHani3

www.plr.com.ua | N, Tom 11, Ne 1, 2022 |


http://www.plr.com.ua

Ha eTani npeHaTasbHOro o6CcTeXKEHHA 3 METOLO BU-
K/IlOYEeHHA 04HO6ATbKIBCbKOI AMCOMIl.

AKWo myTauia byae He igeHTUdiIKOBaHa B no-
APYHKKA, Le byae cnyryBati NigcTaBoto 15 BU3HAH-
HA MOXNMBOI Kay3aTMBHOCTI MyTauii. binbwicTb BU-
naakis cmHapomy KopHenii ge JlaHre BUHMKAIOTL AK
de novo dpopmun. BpaxoBytoum MOKAUBICTb roHasa-
HOro Mo3aiuun3my 6aTbKiB (Mo3aiLuM3my 3apogKoBOi
NiHiT 6aTbKiB), NOBTOPHWUI PU3MK CTaHOBUTb 1,5%.
MOBTOPHUN PU3UK OJiI8 XPOMOCOMHUX aHOMaAIN
JINIAETLCA, AK HaBeAEeHO BuLe. Y TaKOMy BUNaAKy
AOoLinbHO 6yae AONOBHUTU AiarHOCTUYHY nporpa-
My NpeiMmnaaHTaLiiHUM reHeTUYHUM TeCTYBaHHAM
embpioHiB Ha myTauito c.4332A>C reHa NIPBL.

Y pesynbTaTti NpoBeaeHoro NpeKkoHUenuwinHoro
reHeTUYHOro A0CAIAKEHHA BUABNEHO, L0 YONOBIK
€ Hociem myTauii c.4332A>C reHa NIPBL. Nicha npo-
BeAEHHA NOAPYXKHIN napi aHanisy Ha NpMXoBaHe
HocilicTBO peuecmBHoi naTonorii (Carrier Screening)
[00ATKOBUX reHEeTUYHUX PU3KKIB He BUABAEHO. MNapa

NNAHYE BariTHiCTb meTogamu APT i3 npoBegeHHAM
npeiMmnaaHTauLinHOro reHeTMYHOro TeCTyBaHHA.

BucHoBKMu

MposeaeHHA HIMT 3 aHanisom ycix xpomocom
€ NOTYXXHMM iHCTPYMEHTOM, WO A03BO/AE ifeH-
TNUiKYBaTU NNALEHTAPHUN MO3aiUU3M, AKUNA, Y
CBOIO Yepry, MOXe NPoABAATUCA AK HecneundiyHe
BiAXMNeHHA 6ioxiMmiyHUX MapKepiB, NnauLeHTapHa
OVUCOYHKLiA, 3aTPMMKA PO3BUTKY, BaaN PO3BUTKY
nnoaa, nepeayacHi nonorn Towo. MNMpu nigo3spi Ha
naaLeHTapHU Mo3aium3m Halibinblw ONTUMANbHO
KNiHIYHOIO TaKTUKOIO € NPOBeAEHHA aMHiOLEeHTe3y
Ta NNALEHTOLLEHTE3Y OAHOYACHO 3 NOBHUM FeHeTUY-
HMM OBCTEKEHHAM OTPUMaHoOro matepiany. TicHa
cniBnpaus reHeTUKa Ta NauieHTiB Ha eTani obcTe-
YKEHHA € 3anOpPYKO0 TOYHOT FreHEeTUYHOI AiarHOCTUKM
M pO3po6KM Nporpamu NAaHyBaHHA BariTHOCTI 3a-
ONA MiHiMi3auii reHeTUYHOro PU3UKY.

ABTOpPW 338BAAOTb NPO BiACYTHICTb KOHDAIKTY
iHTepeci..
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PLACENTAL MOSAICISM: COMPLETE DISCORDANCE BETWEEN THE PLACENTA AND THE FETUS (CLINICAL CASE RECORD)

D.O. Mykytenko, N.M. Mykytenko, M.S. Sadovska, M.V. Tomiak, O.A. Fesai

Abstract

Goal. To describe the diagnostic algorithm of a clinical case of complete fetoplacental discordance detected prenatally.

Material and methods of research. Non-invasive testing of fetal chromosomal abnormalities by the blood of pregnant woman
(NIPT), karyotyping, chromosomal microarray analysis (aCGH + SNP), whole exome sequencing (WES NGS).

Results. Complete fetoplacental discordance was detected as the form of chromosome 16 trisomy (placenta) and fragmentary
uniparental disomy on chromosome 16 (fetus) and carrying a mutation in the gene of Cornelia de Lange syndrome with unknown
clinical significance. Developed algorithm for planning further pregnancies is aimed to minimization of recurrent genetic risks.

Conclusion. If placental mosaicism is suspected, the clinical tactic should include amniocentesis and placentocentesis
simultaneously with a complete genetic examination of the obtained material.

Keywords: placental mosaicism, congenital malformations, NIPT, karyotyping, chromosomal microarray analysis, pregnancy

planning.
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