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KAIHIYHNA BUNAAOK
YCNAAKOBAHOI ®OPMU
YACTKOBOI TPUCOMI

XPOMOCOMW 16

B.O. lanaran, B.B. Kypakosa, LLI.A. Kyns6anaeea, O.B. Pagsixosceka, M.A. Lurankosa
Cneuianizosaumii megmko-reHetmyumi uentp HOCJT « OXMATONT» MO3 Ykpainm

Pesiome

Y CTaTTi HOBEAEHO PE3YALTATY AHAAIZY KAIHIKO-AQBOPATOPHUX AQHMX Y AUTUHI 3 HOSIBHICTIO MIKDOQHOMG-
A1 PO3BUTKY, 3ATPUMKI POCTY NAOAC (3PI1), YPOAXKEHMX BOA LLAYHKOBO-KMLLKOBOTO TPAKTY. [OOBEAEHHSI
LMTOTEHETUYHOTO AHOAIZY 301 CTAHACQPTHOK METOAMKOKD 3 BUKOPUCTAHHSIM AUPEPEHLLINHOTO Gap6yBaH-
HS1 XOOMOCOM Y HOBOHOPOAMKEHOTO AO3BOAMAQ BUSIBUTI YOCTKOBY TPMCOMIKO MO AOBFOMY MAEYY XPOMO-
comMm 16. YpOxXOBYHOUM PEIYALTAT LINTOrEHETUYHOTO OBCTEXEHHSI 6ATLKIB MPOBAHAC BYAO AOBEAEHO, LLO
HECBAAQHCOBAHAO XPOMOCOMHA MATOAOTIS B AUTUHM € YCNOAKOBAHOLO Bia, 6QTbKA. BU3HAYEHHS KapioTW-
ny BCI€i CIM'T HEOBXIAHO TAKOX AASI FEHETUYHOIO MPOTHO3Y.

KAro4oBi caoBa

3ATPUMKM POCTY MAOAQ, BAAM PO3BUTKY MAOAJ, XPOMOCOMHA MATOAOTIS,

OpnHieto 3 BaxKJIMBUX MPOOJIEM Y KITHIUHIH MeH-
LMHI € IiarHOCTHKA XPOMOCOMHOI [1ATOJIOTii B AiTel
3 i30/1bOBaHUMH a60 MHOKHHHUMH BaJlaMH PO3BUT-
Ky, MiZIBULLIEHUM [TOPOrOM CTUIMATH3allii, 3aTpUM-
KO0 BHYTPIllIHBOYTPOOHOTO POCTY Ta iHIIMMHU Ma-
TOJIONYHUMH CTaHAMH B HEOHATAJIbHOMY Mepioj.

XpoMocoMHa naToJIorist ocifae ojiHe 3 MPoBil-
HUX MiCLb Y CTPYKTYPi PTeHeTHUUHOI [aTOJIOT{ JIFOIH -
HU. 32 IaHUMHU LIHTOTEHETUIHUX J0C/IKEHb cepet
HOBOHAPOJKEHUX JIiTeH, 4aCTOTa XPOMOCOMHOI MNa-
tosiorii cranosutsb 0,6-1,0% [ 1]. Hafiguiua yacto-
Ta XxpoMocoMHoi natoJorii (10 70% ) sadikcosana
B MartepiaJsii paHHiX cnoHTaHHUX abopTycoB [2, 3].
OTtxe, Gi/bLIICTD XPOMOCOMHHUX aHOMAJIl Y Jit0-
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JIIMHU € HECYMICHUMHU HaBiTh i3 paHHIMH eTanamu
emOpioreneay. Taki 3apo/iKH eJliMiHYIOTbCSI T1iJL yac
imnnanrauii (7-14-# aHi po3BUTKY), 1110 KJiHIUHO
NPOSIBAAETBCA K 3aTPUMKa ab0 BHUIMANAHHS MEH-
cTpyasbHoro uukiay. Jlesika yactuHa eMOpioHIiB
ruHe He3abapom mic/st iMnanTaui (paHHi BUKK]L-
ni). [TopiBHsiHO HeGaraTo BapiaHTiB YHCJIOBUX aHO-
MaJlili XxpOMOCOM CyMiCHi 3 NOCTHATAJIbHUM PO3BHT-
KOM i BEIyTh 10 XpOMOCOMHHUX 3aXBOPIOBaHb [ 1 .

Xpomocoma 16 € MeTalleHTPHUHOI0 XPOMOCO-
MOIO, aHoMaJii §IKOi TpamJsioTbCsl BKpal Pilko
B HOBOHapoJuKeHHX, [1noau 3 Tprcomieto xpomoco-
MU 16 HEXUTTESIATHI, @ YACTKOBA TPUCOMis IOBIrO-
ro Ta KOPOTKOTO TJleua JaHoi XpOMOCOMH TparJisi-
€ThCS TAKOXK yKpaH pinko [4].
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[Ilopoky 306iMbIIYeTbCSA KiNbKICTb 3BEPHEHD IS
OTPUMAaHHS KOHCYJIBTALL i TeHeTHKA B TIOJIOTOBUX CTa-
1ioHapax MI0JI0 BUKJIIOYEHHST CHHAPOMA/IbLHUX (DOpM
BPOJKEHOI MATOJIOTii B [iTeH i3 repiioi 100U iX KUTTSI.

3 orsly Ha CTyMiHb BaXJIUBOCTI NpobJemu
310pOB’s1 HEOOXITHUM € BUSIBJIEHHS Ta aHaJi3 yac-
TOTH i (hOPM BPO/ZKEHHX BaJ PO3BUTKY MJIOAA st
BH3HAUYECHHS MOJAJbBIIOI TAKTUKH H PENpOLYKTHB-
HUX HACJIJIKIB Y POJMHI.

Meta pob6ot — auasi3 KJiHiKo-J1abopatop-
HUX JaHUX Y JUTUHHU i3 HAsIBHICTIO MiKpOaHOMaJii
pO3BHUTKY, 3aTpuMku pocty nuoza (3PIT), Bpomke-
HMX BaJl LIJIYHKOBO-KUILIKOBOTO TPAKTY JI/IS1 BUKJIIO-
YEHHS F€HETUYHOI MaToJIOTi.

MarTtepiaA Ta mMeToAU

Mennko-renetnutne  KoHcyabtyBanus (MIK)
HOBOHAPOJLKEHOr0 MPOBOAMIOCL Ha 6asi 1oJoro-
Boro crauionapy micta Kuesa B nepiiy 100y KUTTSI
JTHHH.

O6cTexkenHs npobanaa Ta Horo 6aTbKiB BUKO-
nyBaJioch Ha 6azi CMI'LL HICJT «OXMATINT»
MO3 Ykpaiuu 3a 10M0Morolo KaiHiuHuX, napaxJi-
HiYHUX, IHCTPYMEHTA/bHUX Ta KJHIKO-Te€HeaJs0riu-
HOT'O METO/IB.

Marepiasiom 151 IpOBEEHHS LIHTOT€HETUYHOTO
MeToy OyJsid JiMPOoLUTH repudepiiiHol KpoBi HO-
BOHApPOJ/LKEHOro Ta Horo 6aTbkiB. LluToreHeTHUHUI
aHaJli3 BUKOHYyBaBCsl Ha MeTadasHUX IMpenaparax
3a CTaHIAPTHOIO METOAUKOIO [D, 6] 3 BUKOpUCTaH-
HaM Mikpockona Nikon ($SInowist) i noc/ipKeHHS He
MeHle Hizk 30 MeTadasHUX MIACTHH.

Pe3yAbTOTU TO iX OGroBOpPEHHSs

[IpoGannom Gyna JiBUMHKA, §IKa HApOAMJIACS
BiJl pyroi BariTHoOCTI, 110 nepebirana 0€3 YCKIam-
HeHb. Bik MaTepi AMTHHHU CTAHOBUB 27 POKiB, 6aTh-
Ka — 32 poku. batbku npo6ana 310poBi, He MaJu
HIKIIVIMBUX 3BHUOK Ta MpodecifiHoi 1IKiIJIUBOCTI,
He € poJMYaMHu MizK c00010, He MaJIi XPOHIYHKX iH-
thekiliit.

Kutiniko-reneaJsioriuiuM MeTO0M HE BHUSIBJIEHO
HAsiBHOCTI B POAOBOJI BPORKEHOI UM CIAJIKOBOI Ma-
TOJIOTI], 4 TAKOK BUIIA/IKIB JIETAJIbHUX Ta PEIPOYK-
THBHMX BTPAT. 3a JAHUMHU aKyllIepCbKOTO aHaMHe3y
nepula BariTHiCTb 3aKiHUKJIACh HAPOJLKEHHSIM 3710~
POBOI liBYHHKH.

Ananisyroun pesysibTaTi MpeHaTa bHOI liarHoC-
TUKH, CJIiJL 3a3HauuTH, 1110 ¥ 3/ nioaa npoBouo-
csl Bicim paziB, mounHarouu 3 8 THKHIB BariTHOCTI.
Y tepmini 10-11 THkHiB BariTHoCTi ¥ 3-Mapkepu
XPOMOCOMHOT MaTtoJiorii (TOBIIMHA IIUHHOT CKJIa-

ku — 0,7 MM, KicTouka Hoca — 2 MM ) GyJiM B Me-
»Kax HOPMaJIbHUX 3HaueHb. ¥ TepMiHi 12 THXKHIB
OyJ10 iarHOCTOBAHO MATOJIOTIIO CYUH Y MJIofa —
2 cymunu. Y I ta Il Tpumectpax BaritHOCTI »KiH1Li
MPOBOJMBCS KOMOIHOBAHUH T€HETHUHUH CKPHUHIHT,
3a pe3yJbTaTaMHM sIKOTO BariTHa He yBiHlLIa 10 Tpy-
MM MiIBUILEHOrO PU3MKY L1100 HAPOKEHHS JUTH-
HH 3 XPOMOCOMHOI0 MATOJIOTi€l0 (TPUCOMisT XPOMO-
com 21, 13, 18).

Ha xoHeyJibraljio 10 reHeTHka BaritHa He OyJia
CKEPOBAHa.

[Tosioru BinOyaucst Ha 39-My THKHI, CaMOCTiiHi,
(hiziosioriui, B roJJOBHOMY MepejiexKaHHi.

Maca jputunu npu Hapomkenni — 2500 T,
3pict — 49 em. Ouinka 3a mikasoto Anrap — 7 6a-
JiB. Heonaranbnuit giarnos — 3PII 3a rinotpo-
(biYHUM THIIOM, HAsIBHICTb CTUTM JIM3eMOpioreHeay.

3a JaHUMH {HCTPYMEHTAJbHOIO O0OCTEXKEHHS
npo6anna: Y30 cepusi — BiikpuTa aprepiajbHa
[IPOTOKA, BIIKPUTE OBaJIbHE BiKHO; JIaHi HEHUPOCO-
norpacii (HCI') — 6e3 narosorii. ¥Y3/1 oprauis
4yepeBHOI MOPOKHUHH — BPOJLKEHNX Bajl PO3BUTKY
He BHSIBJIEHO.

@enotun npodauia — BUIT s1UeHi JJOOHI KiCTKH,
TpuroHouedadnisi, nedopmallis BYLIHUX PaKOBHH,
ekronis anyca. K/iniuHo crioctepiranach y AMTUHH
BSJIICTh, BiICYTHICTb peduieKciB, y T.U. KOBTaHHS
(XapuyBaHHS 4epe3 30HN).

[3 mosioBoro OyMHKY IMTHHY MEPEBEJIEHO HA JIpY-
THI eTarn BUXO/UKYBaHHSI B HEOHATAJLHUH LICHTP JIi-
KapHi «OXMAT/IWUT», ne 6y.na npoBe/ieHa ornepatlisi
3 MPUBOJLY AiadparMasibHOT rpHKi Ha eKTorii aHyca.

3a NaHUMH KaTaMHECTHYHOTO CIIOCTEPEXKEHHS
y 2,5 Micsili XKUTTSI iHILIKMX BaJl He BUsiBJeHO. DeHo-
THUIOBI MPOSIBU 3aJMILIUJIMCS G€3 3MiH.

PucyHok 1
Kapiotn npobaHAa
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Ha puc. 2 — xapiotun 6aTbka IUTHHH, Jie BU- M@}

PucyHok 2 I -
) siBJieHa 36a/laHCOBaHa TPaHCJI0KaLLisl MizK JJOBITMMH =
Nelpl e Eel el et e nuieyrma xpomocom 161 18, po3puB Ta criosrydeHHsr [i==
" ‘f BizOyJ10Ch y Jlokycax 16q22-23 ta 18q23. o

, . - _ I

# af Kapiorun matepi mutnnu — 46, XX. )

“‘ i TakuM 4MHOM, 32 Pe3yJLTATAMH LIMTOTEHETHU- |le=

‘ HOT0 aHaJsi3y OyJi0 BCTAHOBJIEHO HASIBHICTb Y IMTH-
ﬁ‘ J ‘ HM He36aJaHCOBAaHOi XPOMOCOMHOI MaToJIOTIl, 1110
3yMOBJIEHA TPaHCJIOKALi€l0 Mixk Xxpomocomamu 16 i
! 18 i Mas1a 6aTbKIBCHKE MMOXOKEHHS.

g ‘ BucHoBkU
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Ha nincrasi HaBeneHOro BUlile MOXKHA 3pOOUTH
{ 5 E i TaKi BUCHOBKH:
1. KoxxHa BariTHa »KiHKa He3aJieXKHO Bijl BiKYy MO-

\ A\ .
? ¥ g B BHHHA TPOHTH MEIMKO-TeHEeTHUHE KOHCYJlb-

tyBaHHs Ha 10-11-my THxKH$IX BariTHOCTI st
) ’3 s N l BHU3HAUEHHS] JIiarHOCTHYHOTO IpeHaTaabHOTo
19 2 2 2 X Y aJrOPUTMY 3 METOI BHSIBJIEHHSI XPOMOCOMHO]

rnaToJiorii B 1Joja.
VpaxoByloud HasiBHiCTb Y HOBOHApomukeHoi ai- 2. HasBuicth  cturm  nusemOpiorenesy,  3PII

BUMHKM MaJsiux anomasii po3sutky, 3PI1, 2 cynun i BpOJDKEHHX BaJl PO3BUTKY € MOKA3AHHIM /1151
MyNMOBUHH, eKTolii anyca, 6y/10 3i0paHO KpoB AJst LIUTOT€HETHYHOrO  06CTeXKeHHsT MpobaHia T1a
LIUTOr€HETHYHOTO OCJTiDKEHHS. nposefeHHs MI'K cim’i.

Ha puc. 1 306paskeno kapiotun autuuu. Ha- 3. 32 HasBHOCTI He36aJlaHCOBAHOI XPOMOCOMHOI
sIBHA JIepUBaTHA Xpomocoma 18, 110 yTBopHJ/ach MaToJIorii B IMTHHK Ma€ OyTH MPOBEIEHO LIKTOre-
YHACJII0K 36a/1aHCOBAHOT TPAHCJIOKALIIT MiXK XpO- HeTHUYHe 00CTeXKeHHS1 OAThKiB, sike MOTpiOHe He
mMocomamu 16 i 18, po3puB Ta crnosyyeHHs Binoy- TIIbKH YIS BU3HAYEHHST MPUPOIH XPOMOCOMHOI
Joch y Jiokycax 16q22-23 ta 18q23. Mae wiciie natosiorii B mpoGanza, a i 3151 npopiNakTHKh
YaCTKOBA TPHUCOMIsi 110 JIOBFOMY IlJleuy XPOMOCO- XPOMOCOMHOI aTOJIOTi PH HACTYTHIN BariTHOCTI.
mu 16; MyTalis ycnajgkoBaHa Biji 6aTbKa. Haditiuaa do pedarxyii 14.03.2018 p.
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Case report of inherited partial chromosome trisomy 16

V.A. Galagan, V.V. Kurakova, Sh.A. Kulbalayeva, A.V. Radzikhovsky, M.A. Tsygankova

Abstract

The aim of the study was to analyse clinical and laboratory data in a child with developmental microanomaly, foetal
growth retardation (FGR), congenital malformations of the gastrointestinal tract. Cytogenetic test using the standard
method of differentiafed chromosome staining in a newborn revealed partial trisomy for long arm of chromosome 16.
Based on the result of cytogenetic examination of the parental proband, it was proved that the child’s unbalanced
chromosomal pathology was inherited from the father. The karyotype determination of the whole family is also required for
genetic prognosis.

Keywords: FGR, foetal malformations, chromosomal pathology.
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