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UMNTOrEHETUYHA U XEMATOJNOIMMMYHA XAPAKTEPUCTUKA HA 8 CITYYAA
C OHKOXEMATOJIOI'MYHU 3ABONABAHUA U CTPYKTYPHU HAPYLUEHUA
HA XPOMO3OMA 1
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CYTOGENETIC AND HEMATOLOGIC CHARACTERISTICS OF 8 CASES
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Pestome: CmpykmypHUMe HapyweHus Ha XxpoMo3oma 1 ca onucaHu npu pasnuyHu muenonponugepamusHu 3abonssaHus,
HAKOU B-KnembyHU HEX0dXKuHosu numeomu u mynmunaeH muenom (MM). B Hawemo npoy4yeaHe ca 8KIKYEHU 8 nayueHmu ¢
OHKOXeMamosoguyHu 3abonsgaHus U CMpyKMypHU HapyWeHUs Ha Xpomo3oma 1, ycmaHo8eHU 4pe3 KOHBEHUUOHAHa YumozeHe-
muka. bsixa HamepeHu pasHoONOCOYHU abepayuu CbC 3acsizaHe Ha XpOMO30MHU neHmu 1p22 — npu 3 om cnydaume, 1923 — npu 2
om cnyyaume, u no eduH cnyyad ¢ 1p36, 1p32, 1910, 1q12 u 1q21. Mpu eduH cnyyal be ycmaHoseHa i(1)(q10) u HeobukHoseHa
L2UegaHmceka" xpomo3oma, npedcmasnssawa u3o0uyeHmpuk Ha xpomodoma 1. Mpu 0sa cryyas 6e peeucmpupara +del(1)(p22), a
npu eduH — dup(1)(p36). Mpu 3-ma om nayueHmume cmpykmypHume abepayuu 8 xpomosoma 1 b6sxa cb4emaru ¢ 00NLAHUMENHU
yumozeHemuyHu abepayuu 8 komnnexkceH kapuomun. Mpu 4-ma nayueHmu be ycmaHoseHa acoyuayus Mexaoy yumoaeHemuyHa-
ma Haxodka u yumomopeghonoauyHume daHHu: 1 cnyyal ¢ t(1;9;22) u numghobnacmra nponugepayusi, €0uH ¢ t(1;15;17) u npomu-
enoyumna nponugepayus u dsa ¢ del(1)(p22) u kocmHoMo3bYHa eo3uHouNUA U Me2anobiacmoududbM. 3a NbpsU Nbm y Hac
e ycmaHoseHa der(Y)t(Y;1)(q12;q12) npu eduH nayueHm ¢ MM, kamo mpaHcnokayusma 6e Yyacm om MHOXeCMBEHU XPOMO3OMHU
aHoMasnuu, cbyemasu 8 KOMNJIeKCeH Kapuomun.
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Summary: Structural aberrations of chromosome 1 were described in different myeloproliferative neoplasms, non-Hodgkin's
lymphoma (NHL) and multiple myeloma (MM). Eight patients with hematologic neoplasms and structural anomalies of chromosome
1, detected by conventional cytogenetic, were included in our study. We found diverse aberrations in 1p22 (3 cases), 1923 (2 cases)
and 1p36, 1p32, 1910, 1g12, 1921 chromosome regions (each one on a case). There were established an i(1)(q10) and “giant”
chromosome 1- idic(1;1) in one patient; +del(1)(p22) in one case, dup(1)(p36)- in one case. Structural aberrations of chromosome
1 were combined in complex karyotype in 3 of patients. We found association of cytogenetic findings with morphologic data in 4 of
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patients: 1 case with t(1;9;22) and lymphoblast proliferation, 1 case with t(1;15;17) and promyelocytic proliferation, 2 cases with
del(1)(p22) and bone marrow eosinophilia and megaloblastoid changes. We present the first in our country MM case with a rare
der(Y)t(Y;1)(q12;912) translocation, which was a part of multiple chromosomal aberration in complex karyotype.
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BbBEOEHUE

XpoMo3oma 1 e Hau-rongmara Xxpomosoma B 4o-
BELLKUS KapuoTun 1 cbabpxka okorno 8% oT obwoTo
konnyecteo [HK B knetkata. NMo3Hatu ca 890 3abo-
nsBaHWS, CBbP3aHU C pasnunyHn No BUA peapaHxupa-
HMA Ha xpomosoma 1 [5]. CTpykTypHUTE HapyLleHus
Ha XpoMo3oMa 1 ca OnNUCaHU NPWU NOYTU BCUYKU MU-
enonponudepaTtnBHn  3abonsBaHns, HO HaW-4ecTo
Ce yCTaHOBsBAT Mpv MUEeNnogucniactuyeH CUHOPOM
(MAC) [6, 7], ocTpa muenougHa neskemus (OMIT) un
nguonatmyHa muenodubposa [16, 17]. Cpewart ce
ouwle npu ocTpa npekypcopHa numdobnactHa nes-
KeMusi, HAKoM B-kneTbYyHU HEeXOmXXKMHOBU nmnMoMM
(HXIT) n myntunneH muenom (MM) [3, 10, 15]. lNpo-
FTHOCTMYHOTO 3HAYEeHVEe Ha CTPYKTYPHUTE HapyLUeHus
B Xpomo3oma 1 Bce oLle He e HaMbIIHO U3SICHEHO, HO
noeeyeTo NybnukyBaHu gaHHWM acouunpaT abepauu-
uTe B XxpomosomMa 1 ¢ nowa nporHosa [2, 4, 12, 13,
21]. Hue npeacraBsiMe LMTOrEHETUYHUTE U XEMaTo-
NOTMYHUTE XapaKTEPUCTUKN Ha 8 OHKOXEMATOSMOMMYHN
cny4vasi CbC CTPYKTYPHU HapyLLeHns Ha Xpomosoma 1,
yCTaHOBEHW B NpoabiixeHne Ha 10-roauileH nepuog.

MATEPWUAN U METOOU

MaumneHTn: HanpaBeH e peTpoCNeKTUBEH aHanm3
Ha 8 MauMeHTN C OHKOXEeMATONOrMYHN 3abonsaBaHus 1
CTPYKTYPHU HapyLLeHUs Ha Xxpomo3oma 1: yetnpu cny-
yasa ¢ muenoagmcnnactuieH cuHgpom (MAC), 2 ¢ MM,
1 ¢ XxpoHnyHa MuenounaHa neeskemus B bnactHa asa
(XMJ1-B®) 1 eaunH ¢ ocTpa NpoMMenoLmTHa NeBKEMUS
(Or). MaumeHTtuTe ca gnarHoctTuumpanm B KnuHuka-
Ta no xematonorus n oHkonorusi, BMA — Codousi.

KoHBeHUMOHaneH unuToreHeTUYEeH aHanus: M3-
crnefBaHu ca KNeTkM OT KOCTEH MO3bK UInn nepudepHa
KPbB C NOMOLLTa Ha OMPEKTHUS KOCTHOMO3bYEH Me-
TOoO W cnep 24-4acoBO KynTUMBMpaHe Ha BuonornyHus
maTtepwuan. LintoreHeTnyHmTe NnpenapaTu ca ouBEeTEHN
¢ nomoLyTta Ha G-neHToBaTa TexHuka. OTunTaHeTo Ha
MopdonorusaTa Ha XpoMo3oMuUTeE U TAxHaTa G-neHTo-
Ba XapaKkTepuCTHKa € B CbOTBETCTBME C MEXAYyHApOa-
HaTa uMToreHeTnyHa HomeHknartypa — ISCN 1995 [9].

PE3YNTATU

[aHHuTe OT wm3cnegBaHETO ca npeacTaBeHy B
Tabn.l. bsixa ycTaHOBEHN pPa3HOMOCOYHM XPOMO3OM-
Hy abepaumu: 5 cnydas ca C TpaHcrokaumm, oT Kou-
To 4 GanaHcupaHu M egHa HebanaHcupaHa. [Be ot
TpaHcnokaummte 6saxa TpunbTHU. [pu eanH cnyyan
Be ycTtaHOBeHa M30XpPOMO30OMa Ha AbLMArOTO paMo Ha
Xpomo3oma 1 1 HeoBMKHOBEHa ,rMraHTcka" Xpomoso-
Ma, npedcTaBnsaBalla n3ognLEHTPYK Ha Xxpomo3oma 1
(dour. 1). MNpum gBa cnyyasa 6e peructpupaHa JOMbIHM-
TenHa TepMuHanHa geneunsi B KbCOTO pamMo Ha Xpo-
mo3oma 1: +del(1)(p22) (dur. 2 n 3). 3acerHatn 6sxa
cnegHUTEe XPOMO3OMHU fEeHTU B XpomMo3oma 1: 1p22
— npu 3 oT cnyyauTe, 1923 — npu 2 OT cniyvyanTe, 1 no
eavH cnydan ¢ 1p36, 1p32, 1910, 1912 n 1g21. lNpwu
3-mMa OT mauMeHTUTe CTPYKTypHUTE abepaunn B Xpo-
Mo30Ma 1 6sixa cbYeTaHu C JOMbIIHUTENHW LMTOreHe-
TM4HM abepaunnm B KOMNIEKCEH KapuoTtun. [Npu egnH
oT cnyyauTe 6e HabntogaBaHa YacTMyHa AynnvKauus
B 1p36 pernoHa — dup(1)(p36).

Tabnuua 1. CmMpykmypHU HapyweHUsl Ha XPOMO-
30Ma 1 npu oHKoxeMamorsio2uyHu 3abonsieaHus

Mon/

Buonoruye
Ne |Bb3pact |/[uarHosa Kapuotun
marepuan
(rom.)
76,X,-X,+(1)(q10),
1 |ss MM KM idic(1;1)(1qter->cen->1p32:1p32-
>cen->1gter)[20] ¢ komnnekceH
KkapuoTun
2 | wies MM KM 45,X,der(Y)t(Y;1)(q12;q912)[20]
C KOMMNEKCEH KapuoTun
3 | M/56 XMN-Bo | MK 46, XY, (1;9;22)(q21;934;q11)[15]

46, XY, t(1;15;17)(p22;022;911)[10]

4 M8 jomm kM 46, XY, dup(1)(p36)[5)/46, XY[5]

5 Mo Mac- KM 36, XY,t(1;19)(q23;p13)[12]
PAEB C KOMMNIEKCeH KapuoTun
6 | K77 MAC- KM 46,XY,1(1;6)(q23;p23)[11]
PAEB APHERNGESP
MAC- 47, XY, +19[9)/
7| M8 PAEB KM 48 XY, +del(1)(p22),+19[9]/46,XY[10]
8 | Mi47 MAC-PA | KM 46,XY,+del(1)(p22)[10]/46,XY[10]

KM — kocteH mo3bk; K — nepudepHa kpbB, PA — pedpaktepHa aHe-
musi, PAEB — pedbpaktepHa aHeMusi ¢ yBenmueHme (ekcLec) Ha bnactu
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Mpn 4-ma oOT onucaHuTe naumeHTn 6e yctaHoBeHa
acoumaums Mexay LMToreHeTuyHaTa Haxoaka v LIMToOMop-
dbonornyHMTe AaHHK: egmH crnydan ¢ t(1;9;22) n numdo6-

nactHa nponudpepaumsi, eguH ¢ t(1;15;17) n npommeno-
umTHa npornvdepaumsa 1 gea ¢ del(1)(p22) n kocTHoMo-
3bYHa eo3nHounUsa 1 meranobnactonamabm (dur. 4 n 5).
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Que. 1. G-neHmyeaH kapuomun Ha nayueHm 1 ¢ u3o00uUeHMPUK U u3oxpomo3oma 1gq e KoMb6uHayusi ¢ MHOXecmeo 6polHU u
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Que. 2. G-neHmyesaH Yacmu4yeH Kapuomun Ha nayueHm 7 ¢
donwaHumenna del(1)(p22) u mpusomus 19

Que. 3. G-neHmyeaHa Memadpa3Ha niacmuHKka Ha nayueHm 8
¢ donwaHumenna del(1)(p22) u 6poliHu 3a2y6u Ha XPOMO30MU
17, 18 u 20 (mocoyeHa e MapkepHama XpoMO30Ma)

X

Que. 4. KM Ha nayueHm 7 ¢ nponugepayus Ha Due. 5. KM Ha nayueHm 8 ¢ me2anobnacmoudusbm, epumpobrnacmHa nposugpe-
2o/1eMu, eaKyonusupaHu abHopMasiHu epum- payusi u eo3uHogpunus (8%)
pobnacmu u eo3uHogunHu knemku (20%)
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OBCBXOAHE

C pas3BuTMETO Ha UUTOrEHETUYHUTE U MOSEKY-
NSAPHUTE TEXHONOrMM BCe NoBeYe ce MOTBbpXAaBa
pondata Ha XpPOMO3OMHUTE MPOMEHM B MaToreHesarta
Ha HeonnasuuTe [11]. MNMpoyyBaHETO NOTBbLPXKAABA rO-
NsaAMOTO pasHoobpasne Ha CTPYKTYPHUTE HapyLUeHUs
Ha XpoMo3oMma 1, onmcaHun npu pasnnyHn OHKOXeMa-
TonornyHu 3abongasaHus. B HaydyHaTa nutepartypa ca
CbOOLLEHN TpaHCnoKauum Ha xpomo3oma 1 ¢ mo4vTu
BCMYKM XPOMO30OMU. 3acsAraHeTo Ha pasnmyHy XpoOMo-
30MHW NIEHTU HE € Cny4arHO M O3HayaBa, Ye pasmno-
NOXEHUTE B TE€3M XPOMO3OMHM JTIOKYCU OHKOreHW ca
OTrOBOPHU 3a CTapTUpaHe Ha npoLeca Ha NeBkemore-
He3a. YacT oT Tean reHun ca nageHtnpunuympanm: MDS2
(1p36), LCK(1p34), TAL1 (1p32), PDE4DIP (1p22),
OTT(1pl3), MUC1, IRTAL, BCLY9, AF1q (1g21), BCLS6,
FCGR2B (1922), PRRX1, PBX1, (1923), LHX4 (1g25)
[5]. Cnopen Hsikom nybnvkyBaHW AaHHW Oeneumsarta
Ha xpomo3oMa 1 npu MuenougHuTe Heonnasumm e
WHTEepCTMUManHa n 3acsra cneunuyHn XpoMO30MHU
pervonn: 1925-q32 [1, 3]. lNMpn noBeye OT nonoBmHaTa
cnyyan ¢ MOC ce 3acsarat xpomosomu 5, 7, 11, 12,
13 n 20 [7]. Hue npeactaBame 4-ma naumeHTtn ¢ MAC
N HeobmyanHm 3a 3aboNABaHETO CTPYKTYPHU HapyLle-
HusA B Xxpomo3oma 1 — aBama c del(1p22), acouunnpa-
Ha C KOCTHOMO3bYHa €03UHOMUNNS N CUITHO N3Pa3eH
mMeranobnacrongnsbm, 1 ABama ¢ 6anaHcupaHu TpaH-
crnokKauum ¢ y4acTmeTo Ha xpomo3oma 1. EgMHcTBEHO-
TO HapyLleHne Ha XxpoMo3oMa 1, KOeTo e acounmpaHo
¢ eosnHounus, e t(1;5)(g22;933) n e onucaHo npu
cny4vau ¢ XpoHW4Ha eo3nHodurHa neskemus [8, 20].

HebanaHcupaHata XpOMO30MHa TpaHCoKauums
der(Y)t(Y;1)(g12;912) TacHO ce acouuupa ¢ Mrernoguc-
nnacTuyHu cuHapomu [18]. HannuneTto Ha gonbrnHUTe-
neH reHeTn4veH martepuarn B 1ql2-qter pervoH, Kakto u
TpaHcrokaumsata mMexagy xpomoszoma 1 n 'Y BogdaTt go
reHeTUYHa HeCcTabMITHOCT U pasBUTUE HA NTIEBKEMUYEH
npouec. MNpy nauMeHTn ¢ MynTUMNNEH MUENOM ce YC-
TaHOBsIBa 3acdraHe Ha xpomosoma 1 npwu okorno 40%
OT cnyvauTe, rmaBHO nog doopmarta Ha UHTepcTuumarn-
HU N TepMuHanHy 1q geneunn [10, 14]. Der(Y)t(Y;1)
(912;912) e HeobuyaiHa npu MM 1 e onucaHa camo
Nnpv e4uH NaumMeHT CbC CbloTo 3abonsiaHe [19]. Hue
npencraBsmMe 3a MbpBM NMbT Yy Hac Hanuume Ha der(Y)
t(Y;1)(q12;912) npu eauH nauumeHt ¢ MM, kato TpaHc-
nokaumsTa 6e 4yacT OT MHOXXECTBEHM XPOMO30OMHW aHO-
Manuu, Cb4YeTaHN B KOMMMEKCEH KapuoTwn.

B 3aknoveHve, HawunTe pesynTtati NoTBbpKaaBar
porsita Ha CTPYKTypHUTe abepaumm Ha xpomosoma 1 B
naToreHesarta Ha OHKOXEMAaTONOrMYHMTE 3abonsiBaHus.
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