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IUTOTEHETHYHA JIATHOCTHKA XPOMOCOMHUX AHOMAJIIA
3A YYACTIO Y XPOMOCOMHA

Ilpobnema: eusnauenns muny abepayii xpomocomu Y mae 6enuke oOiacHocmuune ma
npozcHocmuune 3navenHs. L{umozenemuuna ma MONEKyIAPHO-YUMO2eHeMU4HAa Ola2HOCMUKA AGHOMATTU
xpomocomu Y mae pao ocobaueocmeil, y nopienanui 3 Odiaenocmukxoro aymocom. CyuacHa
YUMoceHemuKka 00360Ji€ epeKmueHoO I0eHmuiKysamu He milbku KiIbKICHI anomanii Y-xpomocomu,
ane U pi3HOMAHIMHI cmpyKmMypHi abepayii, 30kpema Oeieyii 0082020 ma KOPOMKO20 Nieyd, Kilbyesi
XpOMOCOMU, I30XPOMOCOMU MA 300UYEHMPUYHI XPOMOCOMU YMBOPEHi 3 KOPOMK020 ab0 0062020
niaeya xpomocomu Y. Ilpome pizui memoou yumoceHemuyHoi ma MONEeKYIAPHO-YUMOSeHeMU4Hoi
OlaeHOCMUKY Malomb  pPisHUlL cmyniHb HpopmamusHocmi. Mema pobomu nonsieana 6 aHa€izi
PE3VIbMAamié YUmMo2eHemUu4HuUxX ma MOAEKYIAPHO-YUMOSEHEMUYHUX OOCIONCeHb NAYicHmMis, uo
Mailomb 3MiHU 6 cmpyKmypi xpomocomu Y, 01 OYIHKU eheKmUueHOCmi SUKOPUCAHUX MemOOIs.
Memoou. kapiomunysauns npo8oounoCcs 8i0N0GIOHO 00 CMAHOAPMHUX Memoouk. Byau euxopucmani
Memoou ougepenyianvroi 3abapenenns GIG, CBG, QFQ ma NOR-Ag. FISH nposoounacs
8i0n06i0H0 00 iHcmpykyit eupoonuxa o CEP, LSI ma WCP JIHK-npo6. Pesynomamu: 135 3 3729
nayieumie 6yau 8i0iopani 015 nodarvuoi diaenocmuxu. 90,3% 3 Hux manu eapiabenvbHicmb 008HCUHU
0062020 naeua xpomocomu Y. Cmpykmyphi 3minu xpomocomu Y 6yau 3uaiioeni y 9.7% eunaoxis.
Edexmuenicmov  3acmocysanuss QFQ wmemooy ckaana 100%. [eneyii xpomocomu Y ychiwHo
BUABTAIUCL 3a Oonomoeoro menomepnux [JHK-npo6. I[0enmudbikayis maprxeprux xpomocom 6yna
VCRIWHO NPOo6edeHa ulisaxom nociioosnozo sacmocyeanusi WCP JIHK-npo6, CBG ¢apbysanns ma
CEP JIHK-npo6. Cmpykmypy MapKepHux Xpomocom suznayau 3a oonomoeorw LSI J[HK-npo6, ma
NOR-Ag papbysanns. Hosusna pesyivmamis 00CHONCEH S Haul 00C8I0 ROKAZYE, WO 3ACMOCY8AHHS
NPOCIMUX YUMOSEHEMUYHUX MemOoOi8 MOodce SUHAYUMU OLIbULY 4acmuHy 3MiH Xpomocomu Y, 6e3
3ACMOCY8AHHA CKAAOHUX Ma 00pO2UX Memoouk. Bucnoexu: eueasicene GUKOPUCMAHHA OOCMYNHUX
diacHOCMUYHUX MemOoOi8 MOdice NPUUBUOWUMU MA CHPOCMUMU 0IA2HOCMUYHUL NPOYec.

Knrouoei cnoea: éapiamusHicms Xxpomocom ar00uHu

Beryn. BusnauenHs tuny abepanii XxpomMocomMu Y Ma€ BEJMKE JIarHOCTUYHE Ta
MIPOrHOCTUYHE 3Ha4yeHHs. LlUuToreHeTnyHa Ta MOJIEKYJISPHO-LIUTOT€HETUYHA JIarHOCTUKA
aHoMmastiii xpomocomMu Y Ma€ psii 0COOJIIMBOCTEH, y MOPIBHSAHHI 3 A1arHOCTHUKOIO ayTOCOM.
CyuacHa IIUTOreHeTHKa J103BOJIsIE €()EeKTUBHO 1IeHTU(]IKYBATH HE TUIbKHM KUIbKICHI aHOMaJii
Y-xpomocomu, aje ¥ pi3HOMaHITHI CTpYKTypH1 abepauii [1], 30kpema naeneuii 10Broro ta
KOPOTKOTO TUI€Ya, KUIBIIEBI XPOMOCOMH [2], 130XpOMOCOMH Ta 130/IMIIEHTPUYHI XPOMOCOMHU
YTBOpPEHI 3 KOpPOTKOTO abo moBroro ruieda xpomocomu Y [3]. Ilpore pizHi meToam
LUTOT€HETUYHOT Ta MOJIEKYISPHO-IIUTON€HETUYHOI [1arHOCTUKM MAlOTh PI3HUN CTYMHIiHb
1H)OPMATHUBHOCTI.

Mera poGoTu mojsrana B aHali3l pe3ysibTaTiB LHUTOIC€HETUYHUX Ta MOJIEKYJISPHO-
[ATOTCHETUYHHUX JTOCITIKEHb MAIlIEHTIB, 1[0 MAlOTh 3MIHH B CTPYKTYpl XpoMocomu Y, s
OILIIHKH €(EeKTUBHOCTI BUKOPUCTAHUX METOIIB.

MeTtoauka
B nepion 3 2012 p. mo 2015 p. 3aramom Oyno obcrexeno 3729 vonorikie. Cepeaniil Bik
4oJI0BIKIB OyB 36+7,4pokiB. KapioTumyBaHHsS MPOBOAWIOCA BIAMOBIAHO 10 CTaHIAPTHHUX
Metoauk [4]. Hnga ananizy Merada3HMX IUIACTUHOK JIMQOUHUTIB NepudepuyHoi KpoBi
3actocoByBaiM Meroau audepenuiiinoro 3adapsiaeHHs GTG (G-bands by trypsin using
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Giemsa), CBG C-bands by barium hydroxide using Giemsa, QFQ (Q-bands by fluorescence
using quinacrine), NOR-Ag (Nucleolar Organizer Region staining by AgNos) [5]. JomaTtkoBo
3actocoByBaBcs Meron FISH 3 Bukopucranusm npuuentpomepHux (CEP), tenomepnux
(TelYp/TelYq) (dbipmu Vysis, CIIIA) ta JHK-npo6 no Bciei xpomocomu (WCP — Whole
Chromosome Painting) (¢pipmu CytoCell, UK). IlocTtanoBka Ta anamiz pesyibtaTiB FISH
3MIMCHIOBAJIUCS BIANOBIAHO [0 IHCTPYKIIM BupoOHuKa. [lng aHamizy KaploTUIB Ta
CTBOPEHHS LIIOCTpAIlii BUKOPUCTOBYBAIM KOMITtoTepHy mporpamy CytoVision (CILA).
Kapiotunu 3ammcyBanucs BiIMOBIIHO J0 BUMOT MDKHApOJHOI CHUCTeMH Kiacudikarii
xpomocom goguHu  ISCN 2013  (International System for Human Cytogenetic
Nomenclature)[6].

Pe3yabTaT T2 00roBOpeHHsA

B xoni nutorenernunoi ananizy merogom GTG Oyno onepxkano 3594 (96,4%) 3anucis
Kap1OTHIIIB, SIK1 JO3BOJIMIN 3pOOUTH OCTATOYHE BUCHOBOK MPO XPOMOCOMHUM HaOIp marfieHTa
Ta He norpedyBanu mnojanpiioi aiarHoctuku. Ane 135 (3.6%) kapiotumiB, A€ 3MIHU
TOPKAJIUCA XPOMOCOMH Y, BUMarajii JOJAaTKOBHX JJIarHOCTUYHUX KpOKiB. BapiaGenbHicTh
pO3MIpy reTepoXpoMaTHHY JOBIOTO miedya Xxpomocomu Y Oyna BusiBieHa y 122 Bumamgkax
(90,3%). CtpykTypHi 3MiHH XpoMocoMmH Y Oymu BusiBiieHi y 13 Bumaakax (9,7%) ta Oymu
MIpPE/ICTaBJICH] 1HBEPCISIMH, JENeLisIMU, JEPUBATHUMHU Ta MapKEpHUMHU XpOMOCOMaMH, SKi
noTpedyBaiy MOJAIBIIOTO  YTOYHEHHS. 3acrocyBaHHs Merony QFQ  mo3Bosumio
inentudikyBatu 71 Bumagok (59,4%) 30umemenHs Ta 51 Bumagok (40,6%) 3MeHIICHHS
reTepPOXPOMATHHY JOBTOTO Tieda xpomocomu Y. EdextuBnicts 3actocyBanas QFQ meromy
cknana 100%. A st miaTBepAKeHHs a00 BUKIIIOYEHHS 1HBEpCii Ta jaeneriil xpomocomu Y
BUKOpUCTOBYBanuch 2 Buau TenomepHux JIHK-mpo® - no KopoTkux 1 JOBrux Iieueit
xpomocomu Y (TelYp Tta TelYq). IlpucyrHicTh TenomMepHUX NAUITHOK Ha KOPOTKOMY Ta
JOBrOMY Tuleuax aOepaHTHOI XpoMOcoMH Y BKa3dyBaja Ha IHBEPCIIO B MeXax [IaHOi
xpomocomu. HaBnaku, BIACYTHICTH JIOKyCy Ypter abo Yqter BkasyBajia Ha TE€pPMIHAJIbHY
JeNIeNi0 BIINOBIAHOrO Iieya. BuzHaueHHs xpomocomu Y sK J€pUBaTHOI 371 CHIOBANIOCA 32
nonomororo rearpomepuux JJHK-ipo6 10 xpomocomu Y.

[nenTudikamiss MapkepHUX XpoMOCOM MoTpedyBaja mociaigoBHoTo 3actocyBanHs FISH
13 WCP JIHK-npo6amu, CBG 3abapsnenns, FISH 13 uenrpomepuumu i renomepuumu JJHK-
npobamu Ta NOR-Ag metony aumdepeniiiinoro 3abapsieHHsA. [loXomkeHHsS MapKepHOi
xpomocomu BusHadanu 3a jgonomororo WCP JIHK-mpo6. Ilicis BcTaHOBIEHHS HOMEpPY
XpOMOCOMH, 3 AKOi YTBOpHJIAcs MapkepHa xpoMocoMa, npooawin CBG ¢apOyBanus, a ans
BusiBiieHHd ueHToMepu - FISH 13 nentpomepuumu JIHK-npobamu p0 BIANOBIIHOT
XpoMocoMH. Y pa3i IPUCYTHOCTI ABOX IEHTPOMEpP BH3HAYAIH iX CTaH - aKTUBHA/HEAKTHBHA.
Tak y 3-x BUNaAKax 3 MapKepHUMM XpoMocoMamu Oylia BUSIBJIEHA OJHA LIEHTpOMEpa, a B
onHomy Bumaaky wmerogom FISH wmapkepna xpomocoma Oyna ineHTU(IKOBaHA SIK
ncesaoizoauuenTpuyHa [7]. IlceBnoizomuueHTpuyHa XpoMocoMma, SIK MPaBUJIO, Y CBOEMY
CKJIaJll MICTUTH JIB1 IIEHTPOMEPHU, OJHA 3 AKUX € HeakTuBHOIO [Puc.1]. NOR-Ag dapOyBanus
BUKOPHUCTOBYBAJIM JUIsl BUSIBJICHHSI CYIIYTHUKIB Y CKJ1a/ll MApKEPHOI XpOMOCOMH.

Anroput™m izeHTU(IKalii XpOMOCOMHMX alepalid 3a y4acTio XpoMocoMH Y
IIPEACTABICHUM Ha pUC. 2.

[{utoreHeTnyHa AiarHOCTHKA XPOMOCOMHHX a0eparliii 3a y4acTi0o XpoMOCOMH Y Mae
psan ocoOnmBOCTE Ta mependadae 0OOB’A3KOBE 3acTOCyBaHHS Bim 2-X 10 4-X METOMIB
nugepenuiiHoro 3abapsieHHs [8]. Hami gocnmimkeHHS NPOAEMOHCTPYBalIM, IO 3MIHU
xpoMocomu Y Manu mictie y 3.6% Bin ycix o0cTexeHnux 4osoBikiB. [lonanpimna imeHTudikamis
noniMoppuux BapiantiB HopMmu (90.3%) morpelye 3actocyBanHs merony QFQ, Haniiino
BUSIBJISIE TIOJIMOP()I3M JTOBXKHHU T'€TEPOXPOMATUHY JIOBroro mijaeda xpomocomu Y [9], 1 Ha
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paHHbOMY €Tamli JIarHOCTUKU JI03BOJISIE CHOPMYJIOBATH KIHIEBUNW LIUTOIC€HETUYHHM
BHCHOBOK, 1110 1 OyJ10 HAMH TIPOJEMOHCTPOBAHO.
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Puc.1. a - GTG 300paxkennst nceBnoizoauiieHTpruaHoi xpomocomu Y. 6 - FISH 13
unentpomepanmu JJHK-ipoGamu 10 xpomocomu Y. B - igeorpama TCEBIOI30AUIICHTPUIHOT
XpoMocomHu Y.
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Puc.2.Anroputm igeHTndikauii xpomocomHmx abepauiin3a yyactio xpomocomm Y
O Merop gocnipKeHHs

() OcraTounHuit KapioTun He BCTAHOBAEHO

@ KapioTrn BCTAHOBNEHO OCTAaTOYHO

Metonom CBG BH3HAuaeThCcsl TMOJOKEHHS Ta CTaH LIEHTpOMEpU alOepaHTHOI
XpPOMOCOMH, IO € BXJIUBUM Yy (OpMYBaHHI (POPMYIH KapioTUiy. 3a JOTIOMOTOI0 METOIY
NOR-Ag MoxHa BUSIBUTH NMPUCYTHICTh CYIYTHHUKIB Ta iX po3Mip Ha abepaHTHIN XpoMmocomi
abo BUKJIIOYMTHU IX HasBHICTb. 3actocyBaHHs Merogy NOR-Ag € HeoOximHuMm y pasi
oTpumaHHs cynepewinBux aaHux micias GTG ¢apOyBaHHs, SKIIO B KapiOTHIl BHUSBJICHO
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eKCTPEMaJIbHO 30UIbLIEHI KOpOTKI Iuiedl XpomocoMm rpynu D T1a G 1 € HEOOXIOHICTh
NEpEeBIPUTU TPUCYTHICTH a00 BIICYTHICTh CYNYTHUKIB Ha Iux Xxpomocomax [10]. [lani
OTpUMaHi B X0/I1 MOINEPEIHbOI HUTOreHeTU4HO1 AiarHoctuku merogamu QFQ, CBG ta NOR-
Ag MOXyThb OyTH BHUKOPHCTaHI Il 4Yac IUIaHyBaHHs JiarHoctuku metogoMm FISH Ta
YTOUHEHHS KapioTumy. Skmo micnst mpoBeneHHs —audepeHuiiiHOTO  (QapOyBaHHA
BCTAHOBJICHHSI KaplOTUITY HEMOXJIMBE TO JJISl OCTATOYHOI'O YTOUYHEHHS CKJaay Ta CTPYKTypHU
abepaHTHOI XpoMocoMH Y 3a3BUYail BUKOPHUCTOBYETHCS NAHENIb 13 IEHTPOMEPHHUX Ta
tenomepuux JHK-npo6 1o xpomocomu Y Ta IHIIMX 3aIy4€HUX Yy IepeOyloBY XpOMOCOM
[11]. B pa3i BusiBJIeHHS B KapiOTHII MallieHTa MapKkepHOi XpOMOCOMH IS ii ijeHTUdIKaLii Ta
BCTAHOBJICHHSI CTPYKTYpHU JOLUIbHUM € pnonatkoBe BukopuctanHs WCP JIHK-mpo0 Ta
naHesb 3 HeHTpoMepHux ta tenomepuux JJHK-npo6 o xpomocomu Y [12].

Taoauus 1.
Pesynbratu kapiotumyBaHHs 4osoBikiB 2012-2015p.p.
Kapiotun Kinpkicts
(ocTaTouHU# 3aMKUC KapiOTHUITY) JOCITIKEHb
(n=3729)

46,XY 3594
46,XYqh+ 71
46,XYqh- 51
46,X,inv(Y)(pl1.1q11.2) 1
46,X,inv(Y)(pl11.2q11.23) 1
46,X,inv(Y)(pliqll) 2
mos46,X,+mar.ish del(Y)(DYZ3+)/45,X 1
46,X,+mar.ish del(Y) )
46,X,7der(Y),der(21;21)(q10;q10),+21.1sh 1
46,X,del(Y),der(21;21)(q10;q10),+21 1

mos 45,X[14]/46,X,+mar.ish psu idic(Y)(q11.23)[30]

46,X,del(Y)(ql1.2) 1
46,X,del(Y)(q.11.23) 1
46,X,del(Y)(q?11.2) 2
45,X,der(Y),-15.1sh der(Y)t(Y;15)(q12;q15) 1

BucHoBku

1.3acrocyBanusa metony GTG no3Bosisie Binokpemutu 90.3% Bumnaakis i3 moxiMopdizmom
JOBXXUHU TE€TEPOXPOMATUHY JOBIroro reda xpomocomu Y Big 9,7% - xapioTumiB i3
aHOMAJTIEIO II1€T XPOMOCOMH.

2.100% Bumaakis 13 moaiMOpPHUMHU BaplaHTAMU MOXHA 1IeHTU(]IKYBaTH 32 JOTIOMOTOIO
QFQ 06e3 3acTocyBaHHS JOJIAaTKOBUX METO/IIB.

3. JInsa imentudikamii iHBepcid Ta aenemiii xpomocomu Y goctatHbo metoay FISH i3
tenomepuumu  JIHK-mpoGamu, a nepuBatHi XpomocomMud Y BHU3HAuUalOThCA 3a
nonomororo rearpomepuux JJHK-ipo6 10 xpomocomu Y.

4. MapkepHi XpOMOCOMH, IO MOXOATH BiJl XpOMOCOMH Y, MOKHA 11€HTU(IKYBaTH JIUIIIE
meronoM FISH 13 JIHK-npoGamu 10 Bciei XpoMOcOMU 3 MOJANBIIMM YTOUHEHHSAM iX
CTPYKTYpH 3a JOIOMOTOI0 TOCioBHOrO 3actocyBanHsi CBG 3abapBieHHs, METOMY
FISH 13 uentpomepuumu ta tennomepuumu JIHK-npodamu 10 xpomocomu Y.
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10.

11.

12.

10.

5.3acTocyBaHHsl 3alpOINOHOBAHOIO AQJITOPUTMY LUTOTEHETHYHOI Ta MOJIEKYJISpPHO-
LUTOT€HETUYHOT JiarHOCTUKU 103BoJIsie y 100% BumangkiB po3MexyBaTH HOpMajbHi
Ta NATOJIOTTYH1 KApIOTUIIH 31 3MIHAMU XPOMOCOMH Y.
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Summary. Tavokina L., Brovko A., Baronova O., Moskalenko O., Gorovenko N. Cytogenetic
diagnostic of chromosome abnormalities involving Y chromosome.

Introduction: Determination of the Y chromosome aberrations type has a great diagnostic and
prognostic meaning. Cytogenetic and molecular cytogenetic diagnostics of Y chromosome
abnormalities has several features in contrast to the autosomes. Modern cytogenetics can effectively
identify not only quantitative abnormalities of Y chromosome, but also various structural aberrations,
including the deletions of both arms, ring chromosomes, isochromosomes and pseudoisochromosomes
derived from short or long arm of Y chromosome.However, different methods of cytogenetic and
molecular cytogenetic diagnostics have a different informative value.

Purpose : The aim of present study was to analyze the cytogenetic and molecular cytogenetic
diagnostics results for patients with changes in Y chromosome structure, and to evaluate and compare
the used methods efficiency.

Methods.: karyotyping was done according to the standard methods. GTG, CBG, QFQ and
NOR-Ag methods of differential staining were used. FISH was performed according to the
manufacturer instructions for CEP, LSI and WCP DNA-probes.

Results: 135 of 3729 patients were taken for further diagnosis. 90,3% of them had variation in
Yq-arm length. Structural Y chromosome changes were founded in 9.7%. QFQ staining showed 100%
efficiency. The deletions in Y chromosome were clearly detected by telomere DNA-probes. Marker
chromosome identification was successful by consistent application of WCP probes, CBG banding and
CEP probes. The structure of marker chromosome defined using LSI probes and NOR-Ag staining.

Originality:our experience shows that using simple cytogenetic diagnostic tools can define
great part of Y chromosome pathology, without baseless application of complex and expensive
methods.

Conclusion: Prudent use of the available diagnostic methods can simplify and speed up the
diagnostic process.

Key words: Human Chromosome Variation
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