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XpOMO30OMHUTE NMPOMEHM B XpOMO3oMa Y ce OTKPMBAT KakTO B KOCTHUSI MO3bK Ha
34paBu Bb3PaCTHN MbXKe, Taka 1 KaTo YacT OT KapuoTUMnHUTe abepaumm npu 3noka-
YecTBEHM XemaTororMyHK 3abonsBaHusi. B ToBa npoyyBaHe npencTaBsive 13 xe-
MaToSIoOrMYHN Criyvas ¢ LMTOreHeTUYHM abepauum Ha Y-xpomosomarta. VanonssaH
€ CTaHAapTEH LMTOrEHETUYEH aHanmns, kKato OT BCEKM NaLMEHT ca aHanmnaupaHu no-
He no 20 kneTkn. 3aryba Ha Y-XpoMo3oMma KaTo caMOCTOSITENHa LMTOreHeTUYHa
Haxopka 6e yctaHoBeHa B 5 OT criyyqanTe (4 ¢ MUenoaucniacTyiyeH cuHapoMm u 1 c
MYFTUMNEH MUenoMm. BpoiiHWM LMTOreHETMYHU HapyLleHWsi Ha Y-xpomosomaTta B
KOMOMHaumWs ¢ apyrv aHomanumn 6sxa ycraHoBeHW Npu 5 naumeHTu (2 cnyyas ¢ oc-
Tpa MUerovaHa fneBkemusi, ABa Cryyasi C HEXOKKUHOB NIMMCOM U €4WH C XPOHWY-
Ha MuenongHa neskemusi. CTPYKTYpHU aHomarnuu Gsixa HabnogaesaHu camo npu 3
cryyasi 1 npeacTaBnsBaxa MHTepCTULManim aeneumn Ha Y ¢ Mecta Ha npeobpa-
3yBaHe 11 n 12 (2 cnyyasn) v t(Y;1)(912;912) — 1 cnyyan. JuckytupaHa e gwvar-
HOCTUYHATa 3HAYMMOCT Ha LMTOreHeTUYHWTE aHoManuu Ha Y-xpomosomara kaTo
npyvYnHa 3a KrnoHarHa eBonoouys.
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Chromosomal abnormalities of the Y-chromosome are found in both normal
bone marrow in elderly males and as a part of karyotype aberrations in hema-
tologic malignancies. We present 13 hematologic cases with cytogenetic aberra-
tions of the Y-chromosome. Karyotypes were performed by analysing 20 cells
using conventional cytogenetic methods. We describe a loss of Y-chromosome
as the sole karyotypic abnormality in 5 cases (4 with myelodysplastic syndrome
(MDS) and 1 with multiple myeloma (MM); a combination of —Y with other cyto-
genetic aberrations was found in 5 patients (2 cases with acute myeloid leuke-
mia (AML), 2 cases with non-Hodgkin lymphoma (NHL) and 1 case with chronic
myeloid leukemia (CML); structural abnormalities were observed in only 3 cases
and they were interstitial deletions of the Yq in the q11 and q12 regions (2
cases) and t(Y;1)(q12;g12) (1 case). We discuss the diagnostic significance of
cytogenetic aberrations of the Y-chromosome as a clause of clonal evolution.
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BbBEOEHUE

AHOManunMTe Ha Y-Xpomo3omaTta Han-4ecTto ce
npeacTaBAT kato -Y M MHOIO MO-psigko KaTo CTPyK-
TYPHU HapyLleHus. Te ce OTKpMBaT B LUMPOK CMEKTHP
OT OHKOXEMaTOJSIOMMYHM 3abonsBaHMSA KaTo Mueno-
amcnnactmieH cuHgpom (MAC), XpoHWMYHa Mumero-
reHHa neskemusi (XMJ1), ocTpa myvenovgHa neeBkemusi
(OMI) n npn noeveTo nNumdconponudpepaTMBHA 3a-
oonaeaHua (J1M3) [6]. Jiuncata Ha MbXkaTa nonoea
XPOMO30Ma Ce YCTaHOBSIBa CPaBHUTENHO YECTO U Npu
30paBuv nuua B HanpegHana Bb3pacT, KOeTo e Jaro
MOBOA, Ha HSIKOW aBTOpMW Aa MpeArnorarat, 4Ye € Bb3-
MOXHO -Y da e CBbp3aHa C npoueca Ha cTapeeHe, a
He C maToreHe3aTa Ha OHKOXEMAaTOMOrMYHWUTE Hapy-
weHus [5]. Toa He ce Bb3nNpuemMa OT Opyri aBTopw,
KOUTO Aopu npepgnonarat, Ye CblleCTByBa MbpPBUYHO
HeonnacTM4yHO CbbUTUe, CBBP3aHO CbC 3aryba Ha Y-
xpomo3omata [2, 3]. CnopbT ganun -Y e KroHarHo
HapyLLeHWe, U e HopMarHa Haxogka, Npoabiikasa
n 0o gHec. Hve npepcraBame Hawata cepus ot 13
criyyasi C aHoManuMu Ha Y-XpomMo3oma npuv pasnmnyHu
OHKOXEeMaToNiormyHM 3abonsBaHMsa M obcbXxaame
HenHaTa AanarHoctn4yHata 3Ha4YnMMOoCT.

MATEPWAN U METOOM

MayueHmu

B npoyyBaHeTo ca BKkMOYeHU 13 naumeHTu ¢
pasnuMyHM OHKOXEMAaTONOrMYyHM 3abonsBaHua U
aHomanuu Ha Y-xpomo3somarTa.

KoHeeHUUOHasleH yumoz2eHemuyYyeH aHanu3s

M3cnenBaHu ca KNeTkM OT KOCTEH MO3bK, M-
dbeH Bb3en unu creska C NoMoLLTa Ha AUPEKTHUA
KOCTHOMO3bYeH MeTOo U cref 24-4acoBO KynTUBK-

paHe Ha GuonornyHua matepuan. LiutoreHeTuyHm-
Te npenapaTtu ca ouBeTeHu ¢ nomMoluta Ha G-neH-
ToBaTa TexHuka. lMpu HAkom oT cnydaute e npo-
BEAEHO LUTOreHeTUYHO U3CreABaHe Ha CTUMYNn-
paHn ¢ ®XA numdouunTn oT nepudpepHa kpsuB (MK).
OT4ynTaHeTo Ha Mopdornornsta Ha XPOMO30MUTE U
TAxHaTa G-reHToBa XapakTepucTuKka € B CbOTBETC-
TBME C MeXdyHapoaHaTa LMTOreHeTUYHa HOMEHK-
natypa — ISCN 1995 [4].

PE3YNTATHU

MpencraBeHnte obwo 13 cnyyas ¢ uMTOreHe-
TUYHM HapylleHus Ha Y-xpomosomaTa npeacras-
naBat 6.5% OT BCUMYKM U3CneaBaHu LMTOreHeTUYHO
1069 cnyyas B Hawata nabopatopus 3a nocneg-
HUTe 8 roauHu. Pesyntatute OT LMTOreHeTUYHMUS
aHanus ca nokasaxu B Tabn. 1.

Tpu oT cnyyaute 6s1xa CbC CTPYKTYPHU HapyLule-
HMs M 10 — ¢ OpoiHM aHoManuM Ha Y-xpomMosomara.
Ot 6poviH1Te aHoManun eauH 6e ¢ gonMbHUTENHa Y-
XpomMo3omMa, a octaHanute 9 ¢ =Y (cpur. 1). Mpun 7
nauMeHTn aHomanusTa Ha Y-xpomo3omara 6e eauH-
CTBEHO HapylleHne B KapuoTuna, npu 4 6e BTOpO
HapyLueHue n npu 2 6e B pamKuTe Ha KOMMIeKceH
kapuoTun. lNMpu gBa oT criyyamTe Ge ycTaHOBEHO, Ye
CTPYKTYPHUTE aHOManuun Ha Y-Xpomo3somaTa ca KOHC-
TUTyUmMoHanHn. OT TpuTe cnydad CbC CTPYKTYPHU
aHomanuu gga 6sixa ¢ MHTepCTMUManHu Jeneuun B
Yq ¢ mecTa Ha npeobpasyBaHe qll n ql2 (cwur. 2) n
eavH — ¢ HebanaHcupaHa TpaHCcnoKauusi C XpoMo3o-
ma Ne 1: der(Y)t(Y;1) lNpu 8 naumeHTn HapyLLeHUeTo
Ha Y-xpomo3omMaTta 6e HabnogaBaHO BbB BCUYKU U3-
cneaBaHn MeTadasHn nnacTuHkKM. MosaeyHn dopmun
Ha —Y Bsixa OTKpMUTW NpeanmHo npu cnyydamTe ¢ MAC.

Tabnuua 1. LiInToreHeTM4YHM HapyLeHMs Ha Y-XpomMo3omMarta npuv naunueHTUTe C OHKOXEeMaTONorM4yHu 3abonsasaHus

Ne ‘ Nime ‘ lonleb3pacm ‘ [HuazHo3a ‘ BuonoauyeH mamepuarn | Kapuomun ‘ KrnoranHocm
BpoliHu yumoeeHemuyHU HapyweHusi Ha Y-XpoMo3omama Kamo eOUHUYHa aHoOMarsusi 8 Kapuomuna

1 M.M. M/80 mMac KM 45,X,-Y[10]/46,XY[10] 50%

2 K.N. M/74 mMac KM 45,X,-Y[18]/46,XY[12] 60%

2 C.C. M/71 mMAac KM 45,X,-Y[6]/46,XY[14] 30%

4 M.o. M/79 mMAac KM 45,X,-Y[11] 100%

5 K.K. M/74 MM KM 45,X,-Y[4]/46,XY[21] 16%

BpouiHu yumozeHemuy4HU HapyweHus Ha Y-xpomo3omama & KombuHayusi ¢ Opyau aHoMaruu 8 Kapuomurna

6 X.M. M/60 XMN KM 45,X,-Y, 1(9;22)(q34;911)[20] 100%

7 T.K. M/23 omMn KM 45,X,-Y, 1(8;21)(q22;g22)[20] 100%

8 K.K. M/72 omMn KM 45,X,-Y, del(11)(q14)[3]/idem 100%
del(13)(q12g22)[17]

9 X.T. M/54 HXN C 45,X,-Y, +13[10]/ 46,XY[10] 50%

10 | B.K. M/49 HXnN B 72,XY,+Y [25] ¢ kOMNAEeKCHO 100%
HapyLueHve

CmpyKkmypHU yumo2eHemuyYyHU HapyweHusi Ha Y-xpomo3omama
11 | Oo.n. M/68 ET KM 46,X,del(Y)(q11;q12)[20] 100%
MK* 46,X,del(Y)(q11;912)[8] 40%
12 | T M/65 mMac KM 46,X,del(Y)(q11;912)[25] 100%
MK=* 46,X,del(Y)(q11;912)[12])/ 46,XY[28] 30%

13 | I.H. M/65 MM KM 45,der(Y)t(Y;1)(q12;q12) [20] 100%

C KOMMIEKCHO HapyLueHne

C — cneska; JIB — numdeH Bb3en; *nepudepHa kpbB, cTumynupara ¢ XA, HXJT — HexoaXknHoB numdom
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OBCBHXOAHE

Ham-yectute CTPYKTYpHU HapyleHus Ha Y-
Xpomo3omaTa ca TpaHcrokauumnte Ha Y ¢ XpoMo3o-
ma 1. [locera B cBeTOBHaTa fiMTepaTtypa ca onucaHu
10 cnyyas c¢ der(Y)t(Y;1)(q12;912) npn MOC [9]. B
HallaTa cepusi Tasn aHomanus 6e oTKpuTa nNpv eavH
nauneHT. Ho HeroBoTo 3abonsiBaHe He 6e MIC, a
mMyntunneH muenom (MM). ToBa e MbpBUAT criyyain,
npu komnto t(Y;1) ce oTkpmBa npu numdonponuade-
patuBHo 3abonsiBaHe. [Ipyroto CTPYKTYPHO Hapy-
weHne del(Y)(qllgl2) Ge ycTaHOBEHO Mpwu eauH
cnyyan ¢ MOC un c eceHumanHa TpombouutTemus
(ET) n 6e pokasaHo, 4Ye € KOHCTUTYLUMOHarHo. Bb3-
HVKBa BBMPOCHT Aanun Y(Q- € CBbpP3aHO C natoreHe-
3aTa Ha 3abonsBaHeTo, v e napadeHomeH. M npu
OBata cnyyas 6e yCTaHOBEHO, Ye aHomanusTa e
npegctaseHa B 100% ot kneTtkute Ha KM, gokato B

kneTkute oT K 6e oTkpuTa MO3aeyvHocT Ha Y(Q-
cnen ctumynauua ¢ ®XA. Toea nokasea, 4ve Kre-
TbyHaTa nonynaums ¢ abHopmaneH Y e npugobuna
nponudepaTMBHO NPEMMYLLECTBO Npes HopmarnHa-
Ta nonynauusa B KM.

Mpn 5 nauymMeHTV aHoOManuuTe Ha Y-XpPOMO3O-
MaTa 6e B kOMOMHauuu ¢ gobpe aedunHMpPaHK Kro-
HanHW Mapkepu: aea cnyyasa ¢ HXJ1, eguH ¢ XM
BbB (pasa Ha M30CTpsiIHE B KOMOWHauusa ¢ dumna-
aendwuincka xpomosoma, eguH ¢ OMJT1-M2 B kombu-
Hauusa cbe cneumdudHus 3a M2 mapkep t(8;21) u
eavH ¢ atunndHa XMJ1 B koMOMHaLMA C U3BECTHU-
Te KnoHanHu Mmapkepu 11g- u 139-. ToBa gokasea
6e3cnopHo, 4Ye OporiHMTe aHOManuu Ha Y ca CBbp-
3aHM C naTtoreHesaTa Ha yCTaHOBeHuUTe 3abonsea-
HWSA M ca YacT OT KroHanHata esonwouns. B Hayy-
HaTa nuTepaTtypa ca Jobpe OOKYMEHTUpPaHW chny-
YauTe, Npu KOUTO 3arybaTta Ha Y e BTOpPO HapyLue-
Hue. Han-yecto TOBa Cca MaumeHTn c unagen-
duncka xpomosoma unu t(8;21) [1, 2, 11].

3a pasnuka OT no-rope onucaHuTe cryyau, nauu-
eHtute M. M., K. K., K. . n C. C. nokasaxa mo3sae4eH
kapuotun B KM: 45,X-Y/46,XY. U yeTnpmmaTta bGsixa
Ha Bb3pacT oT 71 go 80 rog. n abHopmanHaTta Kre-
TbYHa nonynaums Ge npeactaBeHa mexay 16 go
60% OT KOCTHOMO3BYHUTE KNeTku. M3BecTHO e, ye
MBbXeTe B HanpegHana Bb3pacTt, ocobeHo cnep 55
rog., ryésat Y-xpomosomara no-4ecto B CpaBHEHME C
no-mnagute mbxe [7]. OT gpyra cTpaHa, e ycTaHoBe-
HO, Ye KneTbYHaTa nonyrnauusa ¢ 45,X,-Y npu Bb3pac-
THU NauMeHTn 6e3 OHKOXeMAaTosIorMyHO 3abonsaBaHe
psiako Hageuwaea 75% B KM [10]. Bendko ToBa Moxke
0a 3aTpydHU OOKa3BaHETO Ha KIOHanHWsi xapakrep
Ha HUCKOBPOMHWTE MO3aeyHM Criydam CbC 3aryba Ha
Y-xpomosomara.

OT npeacrtaBeHUTe AaHHU U MHGOpMaLmaTa OT
Hay4yHaTa nuTepaTtypa Moxe Aa ce 0606Lum, Yye no-
npvemnmea € xunortesarta, KoSTo CBbp3Ba abHop-
MarnHocTuTe Ha Y-XpomMo3omMaTa C naToreHesaTta Ha
OHKOXemaTonornyHute 3abonseaHus. 3a ToBa ca
nokasaTenHu criefHuTe akTu:

1. YecTtoTaTa Ha cny4aute € -Y e CUrHudukaH-
THo no-ronama npn MAC, XMJ1, OMN v JMN3, ot-
KOMKOTO MpW CriyyamTe, KOUTO HsAMaT AaHHU 3a OH-
KoxemaTosnoromyHo 3abonsasaHe [1, 10].

2. Maumentnte ¢ OMIT n -Y Bb3cTaHOBSIBAT
cBogTa Y-xpoMo3oma B nepuoga Ha pemucus [1, 3].

3. Knetkute ¢ 45,X,-Y vmaT no-ronsiMm nponu-
depaTBeH NOTEHLMan oT HOPMarnHUTe KNeTkx no-
pagu no-KpaTkus CU KIEeTbYeH UUKbA, Thi Kato Y-
XpoMo3omara ce pennukMpa B kbcHaTa S-gasa [2].

4. 3arybaTta Ha Y-xpomo3omaTta € 4ecTo B Cb-
yeTaHne C AOKa3aHW KNOHanHW mMapkepu kato u-
nagenduincka xpomodoma unu t(8;21) [1, 2].
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5. Mpu onucannTe oT Hac aea cnyyas ¢ MOC u
ET 1 KOHCTUTYLIMOHAMHN CTPYKTYPHU HapyLleHUsa Ha
Yq, 6e HabmtogaBaHo 100% 3acsaraHe Ha KM, 3a pas-
nuka ot MK, KoeTo Haco4Ba KbM KIoHarnHa eBonoLms
Ha KNeTkuTe ¢ -Y.
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