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PIIKICHA BUTIAJIOK IIPEHATAJILHO BU3HAUYEHOI JEJEIIT
XPOMOCOMM 21V TTIOJA 3 MHOKUHHAMU AHOMAJISIMA

Pesrome. Yacmroei monocomii xpomocomu 21 egadicaromoca «KOHmp-munomy mpucomii 21, ane ceme-
PO2eHHi 3a MANCKICMIO (QeHOMUNO8UX NPOsBI8 6 3ANeHCHOCMI 8i0 POo3MIpy ma JNoKanizayii 0enemo8anoco
cezmenmy.

Mema oocniorcennn. Ananiz sunaodky npeHamaivbHoi YyumozeHemuyHoi OiaeHoCmuKy Oeneyii Xxpomo-
comu 21 y nnooa.

Mamepianu ma memoou. llayicumxa 1. 8ixom 26 poxis, mepmin eacimuocmi 21 musicoenvb nompanuia
00 2pynu GUCOKO20 PU3UKY 30 OAHUMU VILMPA38YKOBO20 00CTIOdNCeHHA. /[ 6USHAYEHHSA Kapiomuny niooa
oynu npogedeni yumoeenemuuni ma FISH oocnioxcenns (bionmam niayeHmu ma nynosunHa xpos). Buxo-
PUCMOBY8ANU NPIMULL MemOo0 00poOKU 6OPCUH bionmamy NAAyeHmu, ma HanieMikpomemoo oas pobomu 3
JIM@oyumamu nynosuUHHOI Kposi.

Pezynomamu. Ilpu ananizi bionmama niayeHmu OmMpumManiy Yoa08iNull Kapiomun niooa 3 080mMa Kii-
munnumy ainiamu 46, XY,t(21;21)[17]/45,XY,t(14,21)[7]. Ilpu ananizi nimgpoyumis nynosunnoi kposi euzna-
yeno kapiomun: 46,XY,der(21)del(21)(q21.72)dn (Oughepenyiiine papoysanns GTG, FISH).

Bucnoeku: Posmip ma nokanizayis Oeneyii 6nIuHyiu Ha Gopmyeantns iHOUGioyaibHux ocodorugocmet
genomuny. 3 HAKONUYEHHAM OAHUX 8 NOOANLULOMY OYOEe MOICTUBO BUSHAHUMU NEGHI TOKYCU, WO NOB SI3aHi 3

KOHKpEemHUM (heHOmunom.

Knrouoei cnosa: xapiorun; xpomocoma 2 1; nenertis; mpeHaTallbHa JTiarHOCTHKA.

BCTYII

B 1964 poui Lejeune et al onucas mpobana 3
JaCTKOBOIO MOHOCOMI€EI0 XpoMocoMH Tpymu G, ska
mizHine BusBHiack 21. ABTOpH omucanu uei ¢e-
HOTHI K «KOHTP-THI» Tprucomii 21. Ha mpotuary
TpucoMmii 21, ska € HaWYacTINIO ayTOCOMHOIO
AHEYIUIOIIIEI0 1 CyNPOBOIKYETHCS BU3HAUECHUM Ha
CHOTOMHI CKJIATHUM KITIHIYHAM CIEKTPOM O3HAaK,
YaCTKOBI MOHOCOMIi 3yCTpI4arOThCs Ayxke piako. B
MEINYHIN JiTepaTypi omucaHo BChOTO OnmM3bKO 60
BHUITAAKIB JaHOI ITaTOJION].

OnyOnikoBaHi JaHi CBim4aTh, IO YacCTKOBI
MOHOCOMIT XpoMocoMH 21 TeTeporeHHi 3a TSHKKICTIO
(hEeHOTHIIOBHUX TMPOSIBIB B 3aJI€KHOCTI Bill po3Mipy Ta
JoKami3aIli JeaeToBaHOro cermMeHTy. CXeMaTHYHO
BUJIUIGHO TPU JICJICTOBAHI PETiOHH 3 BIIIOBITHOO
TSOKKICTIO (PEHOTHIIOBUX TPOSBIB BiJ M’SKOTO (be-
HOTHITY JIO TSDKKOTO Ta JICTAIbHOTO, SIKi B YCIX BH-
MaJKax CYMNpPOBOKYIOTBCSA PI3HHUM  CTyNEHEM
po3yMoBoi Bixcranocti (puc. 1).

[Nepmuii perioH aeseiii BiJl IEHTPOMEPH [0
~31.2 MB (1o oxorutroe 6sim3pko 50 TeHiB) Cynpo-
BOJIKYETBCS TSKKHUM (DEHOTHIIOBHM TIPOSBOM. Ro-
bert Lyle BiaMidaB Ba’KKy pO3yMOBY BiACTalliCTb,
YepermHO-JINIIeBl aHoMamii (MUpoKui 1100, aHTH-
MOHTOJIOITHUI PO3pi3 OYEH, HU3BKO PO3TAIIOBaHI
Benuki Byxa) [1], a B mocmmkenni Elisha D O
Roberson omucani BpomkeHi Bagu cepiis, Y TOMY

qucyi 1edeKT MDKIUTYHOUKOBOI HEPETHHKH; MIKpOQ-
TaIIbMisT; TIOMYTHIHHS POTIBKH; JUCIUIACTUYHI CTETHA;
BHYTPILIHBOYTPOOHA 3aTprMKa po3BUTKY [2]. ITopsia
3 uM B pociimkerHi Elisha D O Roberson omucannii
Bumamok memerti 219g21.1-q22.11, B sKoMy, KpiMm
O3HaK JHCMOpQOreHe3dy, He CIOCTEPIraioch Baj
POBUTKY cepiist a00 pO3yMOBOI BiJICTAIOCT.

>_ Perion 1
(~ 50 remie)
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Perion 2
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Fin Perion 3

(~ 130 reHiE)

Puc. 1. Ineorpama xpomocomu 21 3 TprOM perioHa-
MU 3anpornonoBanumu Lyle et. al

54 Kniniyna reHeruka i nepuHatanbHa giarHoctuka Nel (4) (2018)



XPOMOCOMHI

3AXBOPIHOBAHHA

VY npyromy perioni (3 31,2 go 36 MO) He
OTIFICAHO KOJIHOTO BHUIAIKY TOBHOI JeNelii, TOMy
MO>KHa MPUIYCTHUTH, IO AeJeLii bOro periony, ki
HecyTh mnpuOmm3HO 80 TEHiB, OOYMOBIIOIOTH
(heHOTHII, 1[0 HE CYMICHUH 3 JKUTTSIM.

Pazom 3 TuM, onmcaHi BHIAaAKH YaCTKOBHX
Jenernii maHoro perioHy. Robert Lyle BigzHauar
BUTIAJIOK, IO CYTIPOBOIXKYBABCS PO3YMOBOKO BiJICTa-
JICTIO, MiKpoliedalliero, HU3bKOPOCIICTIO Ta BaaMu
cepus. Fukai R. Takox BHSBHB YaCTKOBY JEINEIIit0
IIEOTO PETiOHY Y TMAaIli€HTa 3 Tpe- 1 TOCTHATAIHLHOIO
3aTPUMKOIO POCTY, IICHXOMOTOPHOT'O PO3BHUTKY, MiK-
pouedaniero i konodoma paiinyxuoi odomoHkH [3].
Mallick S. Bim3nauaB nenemiro 21q22, sika TakKox
YacTKOBO 3adiliae el PerioH i CyNmpOBOMKYETHCS
ceMino0apHOI0 roJonpo3eHnedaielo Ta HeTOPO3BH-
HeHHSM HagHupKoBHX 3aio3 [4]. Christel Eckmann-
Scholz y cBoemy mocmimkeHHI ONMHcaB CUMETPUIHY
3aTPUMKY PO3BHUTKY ILI0/1a, IepeOpaIbHy BEHTPHKY-
JIOMETaJil0, YacTKOBE HEIOPAa3BUHEHHS MO30JISC-
TOTO TiJIa, TIMTOIUIA3iF0 HOCOBOi KICTKH 1 Tilepexo-
TeHHUH KIIIKIBHUK [5].

Jenenii tperboro periony (3 ~ 36-37.5 M6 1o
TENOMEPH) 3YCTPIYarOThCSI HaWvacTiie 3 BiIHOCHO
M’ sikumu (peHoThmamu. Ehling D.  y martienTiB 3
neneniero 21q22.2-q22.3 cnocTepiraB He3HAYHI JTUC-
MOp(QiuHiI 03HAKHU, BKITFOYAIOYHA ACHMETPII0 OOIHATUs,
AHTHMOHTOJIOITHAN PO3pi3 OYeH, MAJICHBKUM HiC i
JIETKY PO3YMOBY BiJICTaIiCTh [6]. MikpopeTporHarisi,
HEBHCOKHH 3piCT, pO3yMOBa BiACTaliCTh, OMUCaHi Y
nmocmmkernHi Elisha D O Roberson, mpu genemisx
21q22.2-ter Ta 21g22.3-ter [3]. Valetto A., kpiM O3HaK
IucMopQorenesy, BiIMiYaB BaXKy TeHepalli3oBaHy
eninericiro pu genemii 21g22.13-q22.3 [7].

META JOCIIIKEHHS
AHani3 BUNAJKy MPEHATAIBHOI IIUTOTCHETHY-
HOI DIarHOCTHUKH Aelerii xpomocomu 21 y mioza.

MATEPIAJIU TA METOIU.

[IpenaranpHi yIBTPa3BYKOBI OCTiKEHHS B
peanbHOMY MacmTadl Yacy MpOBOJMIIMCH Ha ara-
pati ACCUVIX V20EX-EXP. luBa3uBHi mpouenypu
BUKOHYBQJIUCh 33 CTaHIAPTOM, BiIMOBIHO MOKa-
3aHHAM [8].

MarepianiomM NpH NEPBHUHHOMY IIMTOTCHETHY-
HOMY JOCJIDKEHHI XPOMOCOMHOTO Ha0Opy ILUIoja
OyB Oiomnrar maneHTH. IIperaransHa Bepudikaris
MIPOBEJICHA JOCIIPKEHHSIM JIIM(OIIUTIB KPOBI.

IuroreHeTnyHe IOCIIIKEHHS OiomTara Inia-
LEHTH TPOBOIUIOCH PSIMUM MeTOJIoM (ikcarii [9]
3 BJIACHOIO Mopudikamiero. [ Ky TbTUBYBaHHS Ta
¢ikcanii 1iMQOIMTIB MyNOBUHHOI KPOBI BUKOPHC-
ToByBaBcs HamiBMmikpometon [D.Hungerford et al.,
1965]. IlpemapaTi XpoMOCOM aHATI3yBaJIH 3a JIOIIO-
MOTOI0 CBIiTIIOBOro Mikpockona BX53 (Olympus)
Ha 30inbmenHi x10000. 3amuc pe3ynabTaty aHamizy

MPOBOAWIM 332 MDKHAPOJHOI HOMEHKIATYypPOIO
(ISCN, 2013).

Hns nocmimkenp merogoM FISH BukopucTo-
BYBaJIM KOMEPIIiifHI 30HIH 3TIHO THCTPYKITT BUPOO-
HukiB. Jlocmimkenns merogom FISH npoBoaunu Ha
iHTepdazHux sapax i MeTada3HUX TUIACTHHKAX 32
nmoriomororo 3oHAIB 21qterSO (Visis), WCP 8 SR,
12SA, 21 SG (CytoCell).

PE3YJIbTATHU TA OBT'OBOPEHHS

[Mamientiii T. BikoM 26 pOKIiB NpW TEpMiHi
BaritHOCTI 21 THXIeHb OyJa MpoBeeHa KOMITICKC-
Ha TpeHaTallbHA JIarHOCTUKA Y BiUIUICHHI MeIu-
uHY mwona JY «lactutyT nemiarpii, akymepceTsa i
rinekosorii HAMH VYkpaiauw». 3a naHuMH yJibTpa-
3BYKOBOTO JOCHIJKCHHS BH3HaueHo: | BaritHicTh
21 twxnenp. CkinanHa BpOIKEHa Bada cepus y
mroma: CteHo3 nereHeBoi aprepii. JMILII. [linsra-
11is paBUX BifuIuIiB cepiisd. Bapiant Tetpanu danno?
Bentpukynomeraiis (OOKOBI HUTyHOYKH MO3KY JI0
10 mMm). JIBoGiuHa miemoekTasisd. IemaTocrieHo-
Meraiis. 3Ha4HI CTPYKTYPHi 3MiHHU TUIAIICHTH. Y 3-
MapKepu XPOMOCOMHOT MATOJIOTIT 10/,

Jns BU3HA4YeHHS KapioTHIy Tuiofa Oynmw mpo-
BeAeHi muToreHeTnyHi Ta FISH mocmimkenns (Gior-
TaT TUIAIIGHTH Ta IymnmoBHHHA KpoB). [lpu anamisi
OlomnTara OTpUMAaNIM YOJOBIYMI KapioTHI IUIoAa 3
MBOMa KITHHHUMH JiHiIME  46,XY,t(21;21)[17])/
45.XY,t(14;21)[7] (puc. 2). IlpoBemenns FISH
JUAarHOCTHUKH MIATBEPAUIIO y4acTb XpoMocomu 21 B
TPAHCJIOKAIISIX B 000X ITHX JIHIsAX.
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Puc. 2. YacTkoBi KapiorpamMu ABOX KIITHHHUX
TiHIA Tpu aHami3i GlonTara ruianeHTd (3011b-
menHs x10000, G-dapOysanus): a — 46,XY,
t(21;21), 6 — 45,XY,t(14;21)
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Byi0o Takox IpoBeNeHO KapiOTUILyBaHHS HOJ-
pyxHbol mapu. [Ipu aHami3i BH3HAYEHO HOpPMaJb-
HUI KiHOuMi KapioTun Marepi (46,XX), Ta HopMaib-
HUH JOJIOBIYMI KapioTUI 6aThka 3 momiMopdizMoM
xpomocomu 14 (46,XY,14pstk).

[epexin 4acTHHU XPOMOCOMH — «JOHOpa» Ha
2 abo OiITbIIIE XPOMOCOMU-»PELIITTIEHTa B PI3HUX KJTi-
TUHHHUX KJIOHAX HAa3WBAIOTH «CTPHUOAIOUOIO» («jum-
ping») Tpancnokamiero. Stankiewicz P. 3i cmiBaBTO-
paMu omucany BHUIMAAOK CTPUOAr0UO0i TpaHCIOKaIlii
MK XpOMOCOMOIO — «IoHOpoM» 21q21.3-->qter ta
«peuimienramu» 13qter ta 18qter y miBYMHKH 3
3aTPUMKOI0 PO3BHTKY Ta IUCMOP(IYHMMH O3Ha-
kamu [10]. L momist € piakicHOIO 1 3ycTpidaeThest
nepeBakHo mpu myximHax. He crmix 3a0ysartu, 1o
KIiTHHU TpodobnacTy 3a AESKUMH XapaKTepuc-
TUKaMHU HaraayoTh pakosi [9].

[Ipu anamizi aiM(GOIUTIB IYIIOBHHHOI KPOBI
BUSIBJICHO YOJIOBIUMM KapiOTHIT TUIOA 3 TOMIMOpPdi3-
MOM XpoMmocomu 14, MOHOCOMi€r0 xpomMocomu 21 Ta
3 TOJTATKOBUM (pparMEeHTOM HEBIiIOMOTO MTOXODKECHHS
46,XY,14pstk,-21,+mar (puc. 3). [IpoBenenns FISH
JiarHOCTHKH BUSBWIIO YOJIOBIYMH KapiOTHII IUIOAA 3
TEPMiHATBHOIO AETEIier0 XxpoMocomu 21 WMOBIpHO
mucTanbHime jgokycy q21.2 (46,XY,der(21)del(21)
(q21.?72)dn.

3rizHo cxemu, 3ampornoHoBaHoi Lyle, nana
JIENeIisl 3aJilla€ YacTKOBO TMIEPINMKA PETioH Ta

131 1

TOBHICTIO — IPYTUH Ta TPETiH, B TOMY YHCIIi PETioH
3 JertanbHUM (eHoTunoMm. Y IiTepaTypi oOnucaHi
JIUIIIE YaCTKOBI JIeJeIlii JaHOTO PETiOHY.

[Ipn TWaTOIOTO-TiCTONOTIYHOMY ITOCIIHKCHHI
BUSIBJICHO: MEPTBOHAPO/DKEHHUIH aOOpTHHH TIIIiX
YOJIOBIUOi CTaTi 31 cTUrMamMu AnuceMOpioreHe3y Ta
MHOKHHHUMH BPOJDKCHUMU aHOMaJisIMH PO3BUTKY:
MIKpPOPETPOTHATISI, BUCOKE ITiTHEOIHHS, HU3HKO PO3-
TaloBaH1 AMCIUIACTUYHI BYIIHI PAaKOBHHH, IIUPO-
KWW pacIulacTaHU# Hic; KOPOTKa rpyIrHA, aCHMET-
pHUYHA TpyAHA KIITKA 32 PaxyHOK JOIATKOBOTO pedpa
crpaBa; 3MiHeHa (popMa MEeUiHKH 3a PaxXyHOK 30111b-
IICHHS JIiBOi JIOJIi Ta 3MeHIIeHHs npasoi; BBC —
JTSTAIlis TPaBUX BiJUILTIB 31 CTEHO30M BYCTS Jiere-
HEBOI apTepii; He3aBepIIEHUH MOBOPOT KillIKiBHU-
Ka; TBOCTOPOHHSI IMi€JIOEKTa3is; rigporedartis, 1o
(hopmyeThes (BHYTPILIHS).

[TmanenTapHa HEAOCTATHICTD, MO 00YMOBJICHA
NOPYIICHHSIMH KPOBOOOITY 31 3HHXKCHHSIM BacCKYJIsi-
pu3alii XxopioHa; OOIIMpHI ieMivHi iHPapKTH, He3-
piticte. JloOpe BimoMo, 10 HASBHICTH aHOMAJTBHUX
KIITAHHUX KJIOHIB HECHPHSATIMBO BIUIMBAE Ha
¢dopmyBanns Ta QpyHKUiT mianeHTu [9].

Bamu po3BUTKY cepiisi Ta TOJOBHOTO MO3KY
BiIMIYaOTHCSI TOCUTHh YACTO TMPH ACIEIIAX MEepIIo-
ro Ta JPYroro perioHiB, XO4a BiJ3HAYAIUCH TaKOK
Mikporedaris Ta AePeKT MiKIUTYHOYKOBOI Tepe-
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Puc. 3. Kapiotum mioga 3a pe3ysbTaToM aHaji3y mynmoBHHHOI KpoBi (30inbmenHs x10000, G-papOyBanus):

46,XY,14pstk,-21,+mar

56

Kniniyna reHeruka i nepuHatanbHa giarHoctuka Nel (4) (2018)
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Bucoke migHeOIHHS, HU3bKO PO3TAIIOBaHi J¥IC-
IUIACTHYHI BYIIHI PAaKOBHHH, LIMPOKHUH po3ILIac-
TaHu{ Hic Oynu onucani Lyle mpu geneuii nepmoro
pETioHy, B TOH 9ac K MIKpOPETPOTHATIS — IMPH Jie-
nenii Tpetsoro (3rigHo mociimkenHs Elisha D O
Roberson).

Aue BriepIiie B HAIIOMY BUIAJKy BH3HAYCHO:
KOpOTKa TPyAMHA, aCHMETpHUYHA TPyAHa KIiTKa 3a
pPaxyHOK JOJaTKOBOTO pebpa crpaBa; 3MiHEHa
(hopMa TediHKHU 32 paxXyHOK 30iJbIIeHHS JiBOI JOi
Ta 3MCHIICHHS MpPaBOi; HE3aBEPUICHUH ITOBOPOT
KIIIKiBHHKA.

BUCHOBKUA
Po3Mmip Ta mokamizamis nmenenii BIUTMHYJH Ha
dbopMyBaHHS  IHOUBIAyalbHUX  OCOOJIHMBOCTEH

(eHoTHIy. 3 HAKONMTUYCHHSM JJAHUX B TIOJIAIBIIOMY
Oyle MOXIMBO BH3HAYMTH TIIEBHI JIOKYCH, IO
TIOB’s13aHi 3 KOHKPETHUM (PESHOTHIIOM.
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PEJKWI CJIYYAW MPEHATAJIbHO TUATHOCTHUPOBAHHOM AEJEIIAU XPOMOCOMBI
21 Y INIOJA C MHOKECTBEHHbBIMH AHOMAJIUSIMU

Pesrome. Yacmuunvie monocomuu xpomocomsl 21 cuumaromes «KOHmMp-munomy mpucomuu 21, no
2emepoceHHbl N0 MANCECU (PeHOMUNUYECKUX NPOSGIEHUL 8 3A8UCUMOCIU OM pa3Mepa U TOKAIUIAYUU
Oelemupo8ano2o cecmenma.

Llenv uccneoosanun. Ananuz ciyuas NPeHamanbHOU YUMOLEHeMmuyHoU OUASHOCMUKY Oeleyuu Xpo-
mocomst 21 y ninooa.

Mamepuanvt u memoowt. Ilayuenmka T. 6 so3pacme 26 nem, cpok bepemennocmu 21 nedens nonana 8
2PYNNY 8bICOKO20 PUCKA NO OGHHBIM VIbMPA368YK08020 uUcciedosanus. [lna onpedeieHus Kapuomuna
nnooa ovinu npogedenvl yumozenemuveckue u FISH uccnedosanus (buonmam niayenmol u nynogum-
Has kpoev). Hcnoav3oeanu npamol memoo ob6pabomKu 80pcuH duonmama niayeHmvl, U HOJYMUKPO-
Memoo 0751 pabomvl ¢ IUMPOYUMAMU NYNOBUHHOU KPOBU.

Pesynomamul. [lpu ananusze duonmama niayeHmsvl, NOLVYULU MYHCCKOU KAPUOMUN HA00A C O8YMA
knemounvimu aunuasmu 46,XY,4(21;21)[17]/45,XY,t(14,21)[7]. llpu ananuze numgpoyumos nynoguHHou
Kposu onpedenen xapiomun: 46,XY,der(21)del(21)(q21.?2)dn (ougpgpepenyuarvnas oxpacka GTG,
FISH).

Buot6oowi: Pasmep u nokanusayus deneyuu NOGIULIU HA POPMUPOBAHUE UHOUBUOVAILHBIX
ocobennocmetl penomuna. C naxonieHuem OAHHbIX 8 OdbHeliutem 0y0en 603MONCHO ONpedenuniy
JIOKYCbl, CBA3AHHbIE C KOHKPEMHbIM EeHOMUNOM.

Karwuesrble cinoBa: xapuomun, xpomocoma 21, deneyus, npeHamanvhas OUazHOCMUKA.

LYu. Gordienko, T.V. Nikitchina, YuM. Melnik, L.V. Tavokina, O.O. Vashchenko, S.V. Lucenko,
A.O. Ghuravel, K.V. Rachenko, A.O. Brovko

A RARE CASE OF PRENATALLY DIAGNOSED DELETION OF CHROMOSOME 21 IN THE
FETUS WITH MULTIPLE ANOMALIES

Summary. Chromosome 21 segmental monosomies considered to be the ‘contretype’ of trisomy 21, but
are heterogeneous with regard to the severity of the phenotypes depending on the size and location of
deleted segment.

Objective: The analysis of the case of prenatal cytogenetic diagnosis of chromosome 21 deletion in
fetus.

Material and methods. A 25-year-old woman at 21 weeks of gestation was in the high risk pregnancy
group according to ultrasound examination. To determinate fetal karyotype were made cytogenetic and
FISH study (biopsy of the placenta and umbilical cord blood). For cytogenetic analysis of placental
villus sampling a direct method of processing the villi was used and for fetal blood — halfmicromethod.
Results. When analyzing biopsy of the placenta, obtained fetal man karyotype with two cell lines
46, XY, 4(21;21)[17]/45,XY,t(14,21)[7]. Chromosome analysis on the umbilical cord blood revealed a
karyotype: 46,XY,der(21)del(21)(q21.72)dn ( GTG-banding, FISH).

Conclusion. Variable size and location of the deletion influenced the formation of individual clinical
phenotype. In future it will be possible to determine loci for particular phenotypes.

Key words: karyotype, chromosome 21, deletion, prenatal diagnosis.
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