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Jleiiko3 aypybIHIaFbl XPOMOCOMAJIBIK 0Y3bLIBICTAPABIH
TYPpJiepi sK9He JKMijTiri

Makanaja nenko3 aypyblHa WwangbikkaH 6ananapabiH (n=19) Xinik MaibIHbIH KNeTKanapblHAAFbI
XpoMocoManbiK, By3biibICTapbiHbIH Typaepi XaHe Kesgecy *uiniri KepceTinreH. LiuToreHeTnKanbiK 3epT-
TeyAiH HaTMKeciHAe NeliKo3 aypybiHbIH TypiHe 6aliNaHbICTbl XpPOMOCOMabIK MyTauusanapAbliH CaHAbIK
KoHe KypblnbIMAbIK epeKLuenikTepi aHbiKTanabl. XpoMocoManapablH CaHAbIK XaHe KOCbIMLLA KypblibiM-
IbIK Oy3binbicTapbl 4 Haykac 6ananapaa aHbiKTanabl, Kesgecy xuiniri 21,05% Kypagbl. XpoMocoManbIK,
abb6epaumanap 18 HayKkacTapablH MeTadasanblK KineTKkanapbiHaa Tabbiiabl — 94,7 4%. )Keke xpoMocoma-
nblK abbepaunanapabiH Typiepi 60ibiHWa Ke3aecy Xuiniri: TpaHcnokauuanap - 63,16%, aeneuunsnap -
31.,58%, mapkepnik xpomocomanap - 10,53% Kypagbl. Kapuotuntiy Mo3ankanbik BapuaHtTapbl 21,05%
Kypazbl. AHbIKTasFaH KypblibIMAbIK epeKiieniktep: 11-1i XxpoMoCOMaHbIH KbICKa UbIfbIHbIH Aefeumachl
- del(11)(p14), 2 Haykac 6anaaa aHbiKTanabl. CoHbiMeH Gipre ywiHwi 6anaga ocbl 11-wi XxpoMocoMaHbIH
KaTbicybiMeH TpaHcokauua Tabbingbl — 1(11;14)(p13;q11). 3 Haykac 6anaga yKcac TpaHCIOKaLMUAHbIH
Typi - 1(8;21)(q22;922), 6aiikanabl. Tafbl 6ip epekwe HaTuxke — baTbic Eyponaga xaHe Peceiige eTe cu-
peK KespaeceTiH MyTaumaAHbIH Typi - del(6)(q21), 3epTTenreH HaykacTapaa 15,79% neHreniHae 6ankanabi.

TyitiH ce3aep: xpoMocoMa, MyTauusa, abbepaums, jeneuns, TpaHCIoKaLuusa, NenKo3s.

N.B. Zaypanova, M.B. Zaypanova, A.M. Kalimagambetov
The frequency and types of chromosomal abnormalities in leukemia

The paper presents the frequency and types of chromosomal aberrations in bone marrow cells in 19
children with leukemia. As a result of cytogenetic research to quantitative and structural features of chro-
mosomal mutations, depending on the types of the disease. Numerical and structural chromosome aber-
rations were detected in 4 patients, the frequency of occurrence was 21.05%. Chromosomal aberrations
were observed in 18 patients - 94.74%. By type of chromosomal aberration frequency was: transloca-
tion - 63.16%, deletions - 31.58%, marker chromosomes - 10.53%. The frequency of mosaic karyotypes
options was 21.05%. In 2 patients with children of the same type installed chromosomal abnormalities
involving 11 chromosome - del(11)(p14), the third patient also revealed a translocation involving chro-
mosomes 11-th - 1(11; 14)(p13; q11). In 3 patients a monotype translocation - 1(8; 21)(q22; q22). Most
rarely found in Western Europe and Russia mutation del(6)(q2 1) was observed in the patients examined
at a frequency of 15.79%.

Key words: chromosome mutation, aberration, deletion, translocation, leukemia.

H.b. 3ainnaHoBa, M.b. 3aiinaHoBa, A.M. Kannmaramberos
YacToTa 1 TMNbl XPOMOCOMHbIX HapyLIEHUIA NpU JieliKo3e

B cTatbe npuBeseHbl YacToTa U TUMbl XPOMOCOMHbIX HapyLleHWiA B KNeTKax KocTHoro mosra 'y 19
Aetei npu 3aboneBaHUN Neiko3oM. B pesynbraTte LUTOreHeTUYECKMX MCCNeL0BaHUI YCTaHOBIEHbI KO-
JINYECTBEHHbIE U CTPYKTYpHble 0COOEHHOCTU XPOMOCOMHBIX MyTaLMii B 3aBUCUMOCTU OT BUAOB A@aHHOIO
3aboneBaHunA. YNCNEHHbIE Y CTPYKTYPHbIE HapYLUEHWNS XPOMOCOM BbisiB/IEHbI Y 4-X B0JIbHbIX, YacToTa BC-
TpeuaemocTtu cocTtaBuna 21,05%. XpoMmocoMHble ab6epaumm Habnoaanvcb y 18-Tn 60nbHbIX - 94,7 4%.
Mo Tnam XpoMoCOMHbIX abbepaumii yacToTa cocTaBuna: TpaHciokaumm - 63,16%, geneuun - 31,58%,
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MapkepHble xpomocoMbl - 10,53%. YacTtoTa Mo3anyHbIX BapnaHToB Kapuotunos coctaBuna 21,05%. Y
2-x 6ONbHBIX JeTel yCTaHOBMeHbl OLHOTUMHbIE XPOMOCOMHbIE HapylleHus ¢ yyactueM 11-oi1 xpomoco-
mbl = del(11)(p14), y TpeTbero 60/1bHOr0 BbisiBIeHa TPaHC/I0KaLMA TaKKe ¢ ydactmeM 11-0i XpoMoCoMbl
-1(11;14)(p13:;q11). Y 3-x 6onbHbIX ycTaHOBNIEHA OAHOTUMHAA TpaHcnoKauma - 1(8;21)(q22;q22). Hanbo-
flee peaKo BeTpevatowascs B 3anagHon Eepone 1 Poccun mytauus del(6)(q2 1) y o6cnegoBaHHbIx 601b-

HbIX Habnoganack ¢ yactoton 15,79%.

KnioueBble ciioBa: XxpoMocoMa, MyTauus, abbepaumsa, geneuns, TpaHCIoKaLmMs, NENKo3.

Jlefiko3 — KaH TY3eTiH MYIIenep KyHeciHiH Ka-
Tepii icikrepi. Icik KiK. MaWbIHIAFBI KIETKaJIap-
JIBIH IIEKCi3 ©CyiMEeH JKOHE COJI JKepAeri KalbIIThl
KaH TY31Ty IPOIECiHIH OY3bUTYBIMEH CHUITaTTaIA bl
CoHBIH HOTIKECIHIE KaH TYHipLIKTepiHiH (3puT-
poLUT, TPOMOOIIMT) CaHBI a3aiblll, all KETUIMETCH
JIEHKOIUTTEp caHbl keOeHin keremi. Jleiko3 noH-
Jayubl coynenepaid (paguauusHbg), KeHoip Xu-
MUSUIBIK 3aTTapabiH (OeH30i1, OeH3NMUpeH, T.0.), BU-
pycrapiblH ocepiHeH mnaiia 0osassl. KilmHUKAIBIK
cUrarTaMachl OOMBIHIIIA KOHE KaH KJICTKaJIapbIHBIH
LUTOXUMUSUIBIK ©3repicTepiHe Kapai JieHKo3ap bl
JKeJies JKoHe co3blTMansl ien Oernexi [ 1, 2].

Kemen neiikozmap — >KETIIMETeH OJIACTTHIK
KaHTY3y KIETKaJap/blH KAJIBINTHl CYHeK MHUBIHBIH
OpHBIH 0ACHIT allybIMEH CHIIATTAJIAThIH JEHKO3/IbIH
Te3 epicTelTiH Typi. XKegen meiiko3map icik Kiert-
KaJlapJplH TYpiHE Kapal eki ipi Tomka OeiiHeni:
xenen muMdoomacTeik neiiko3 (KJIJI) xoHe xe-
nen muMQpoOIacThIK eMec (MHUENIOTeHIIK) JIeHKO3
(OKMUJT). KJIJT xebine Oanansik makTa, an JKMJI
epecek rkactarbuiapaa kesuecendi. XKegen Jielikos-
Jap reMo01acTo3apblH €H aybIp KOHE KUl Ke3-
necetin Typi. JlumdoOmacTsl JeiKko3 Keaen Jei-
ko3mapabeiH 15% kypaiiabl. JlumpoOaacTeiK emec
JICHKO3/1ap/aa iCiK MpOIeci MUEIOUITHIK OCIH/IIHIH
0J1aCTBIK KJIETKaJIapbIHAH JaMUIbl. ICiK KiIeTKamap-
JIbIH MOP(OJIOTHSIIBIK, [TUTOXUMHUSIIBIK, UMMYHO-
JOTHSITBIK, €PEKIIEIIIKTepiHe Kapal Kemaen JeHK03-
JapabIH op TOOBIHIA Kelleci TYpJCpiH albIpajibl:
sxenen maMdooaacTsl steiko3 (JKJIT). OHbIH OipHE-
e Typi 6ap: a) xanmsl Typi (T-, B-mumdorurrep
emec Typi) — KJUI-neir 70% xypaitner; o) T Typi
— 25%; 6) B 1ypi — 3-5% . Jletiko3apy XKJUJI-nan
0acka TypJiepi aHBIKTAJIFaH JKOHE OJAp/IbIH KHiJi-
ri Oenrimi: kenen MuenobdiacTeK Jeiiko3d (XKMJI)
— 60% Kypalabl; KeJel MUSIIOMOHOOIACTBIK JICH-
k03 (KMMUI) — 20%; renen MOHOOIACTBIK JICHKO3
(OKMBHJI) — 3-7%; sxeaen mpoMHUETOLUTaPIIBIK JIeH-
k03 (KIIpJI) — 2-5%; sxenen spurpomuenos (ZKOM)
— 2-5%; xkenen auddepeHusuianOaraH JIeHKO3
KT —2-3% [1,3].

Kazipri Tanma sxammel JeWKO3 aypyblHa Imai-
JIBIKKaH HayKacTapJblH XPOMOCOMAIIBIK ©3repicTe-
Pl KIMHUKATBIK JKOHE O0JDKAMIBIK KOPCETKIMITEP T
OcpeTiHi aHBIKTAIABL. XpOoMOCcOMaIapabIH Audde-
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PEHLMAIIBIK 0OsTy OJIiCi €HTI3UIreH COH, TeK JHar-
HO3 KOWBUIFaH/1a FaHa eMeC, aypy IbIH TUHAMUKACHIH
OakpuIaya 1a yJaeci 30p. Op JICHKO3/IbIH TUIIIHE Ka-
paii, e3iHiH apHaiibl XpPOMOCOMAIIBIK, ©3repicTepi Oap
ekeni monennenren. Mruicansl, JXKJ1JI-na ke3mecerin
THIICPIUIIIONINS JKaFaibIlHIa, SFHU XPOMOCOMa-
nap canbl 5S0-7eH apThIK 00JIca, OHBIH KJIMHUKAJIBIK
0OIDKAMBI JKAFBIMIBI €KEHI MAJIIM. AJI, KITIMHUKAJIBIK
0ODKaMBbI  KAFBIMCHI3 OONTYBIHBIH ce0ebi  «dra-
Jenb(UIIBIKY XPOMOCOMAHBIH Taiiia 0oMybl, SFHU
t (9;22) [4]. ConpMeH Katap, S5-II1i JKoHE 7-IIIi Xpo-
MOCOMAJIAPABIH JIENEeIUACHl JTHUMQOOIACTEI eMecC
JIeMKo3/1a Ke3/iecyl KIMHUKAIBIK 0oyKaM OOMBIHIIIA
ayelp Oomazpl [5]. MapreiakeBua U.C. (1999) xy-
MBICHIHBIH KOPBITBIHABICH OoWbiHIIA, erep KJLJI
JIepTiHe MIaJIbIKKAaH HAYKACTHIH KapUOTHUITIHIE TEK
KaHa TUTIPEAUTUION NS Ke3/IeCCe KIMHHUKAIBIK 00J-
JKaM KaFbIMIbl €KEHi JIonesieHre. Erep e canpik
©3repiCTepPMEH KaTap XPOMOCOMAHBIH KYPBLIBIMJIBIK
e3repicTepi Oaiikayica aypyAblH KIMHUKAIBIK 00JKa-
MBI JKarbIMCBI3 001a bl [1].

JKyMBICTBIH MakcaThbl — JIEWKO3 aypyblHa LIaj-
JbIKKaH OaJianapiblH XpOMOCOMAJIBIK OY3bLIbICTA-
PBIHBIH TYPJIEPiH jKoHE Ke3eCy )KHUUTITIH aHBIKTAY.

3epTTEey MaTepHAIAAPHI JKIHeE dIicTep

HayxacTapapiH cyiiek KeMIriHiH CyCIeH3UsCHI-
Ha KouxuiuH xoHe RPMI kopekTik opraceH Oen-
T KexemJie KOChIm, 24 caraTka TepMOCTaTKa op-
HanacTeipaabl. COHBIHIA TUTIOTOHUSIIBIK TIPOIIECC
xyprizineni. Knerkanap cnupt >koHe Cipke KbI-
KbUIBI (3:1) epiTiHAiCIMEH KaThIpbUIaAbI. XPOMOCO-
MaJIBIK Tperaparrap TepMOCTaTTa yIlI KYH apajibl-
FBIHJIA TOJIBIK KenTipinei sxkoHe G-9ici OolbIHIIa
muddepeHnanpl petinae oosuiaapl [6].

L{uTOreHeTUKAJIBIK 3ePTTEYIe JCHKO3 aypybiHa
manabIKkad 4-16 sxac apanbsIiFeIHAarel 19 Oanamap-
IIBTH MeTada3anblK KIeTKaIAPhl aTbIHIbL.

3eprreyaiH HITHAKeIePi AKIHE 01apAbl TAIIAY

XX FachIpJbIH COHFBI OH KBUIIBIKTAPBIHAA KaH
aypysl — JIeHKeMUsIFa YIIbIparaH HayKacTapra ell-
KaHJall eMIIapa oK JIeH, «OJIiM jKa3aCbIMeH» TeH
KapacThIpbUIFaH. AJ, OYTiHT1 KYHI XKiTi %oHE CO-
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3BUIMAJIBI JICHKO3Fa YIIbIpaFaH HAayKacTap TEK Te-
MaToJIOT-I9pIirepliH FaHa eMeC, COHBIMEH KaTap
Oacka Ja TepamneBT-Iopirepiep/iH OakblIaybIH/a
Oomareiabl Oenrim. JKaHa JKOHE HOTHMIKE XUMU-
oTepanus OJIICTep/iH, OaraHalubl KIIETKaJIapAbIH

TackIMajjiay apKachlH/Ia KONTEreH HayKacTap/ia pe-
MUCCHSIFa IBIFYbl KIMHUKAJIBIK, ITATOICHETHKAIBIK,
MMMYHOJIOTHSIIBIK O/TiCTePiHIH KOPCETKIIIT apKbLIbI
Oaiikananpl [7-10]. L{uToreHeTHKAJBIK 3epTTCYJIEp-
JIiH HOTHKEIepi TOMEHJIEeTi KeCcTe/ie KOPCETUIreH.

Kecre — JIeiiko3 aypybIHIaFbl XPOMOCOMAIIBIK OY3BUIBICTAP/IBIH TYpIepi

Ne Kapuorunrep Jleiiko3abIn TYPi HaykacTap/bIH CaHbI jKHe Kachl
| 46,XX,t(9;22)(q34;q11)[20] CMIT 4
) 46,XV,t (9;22)(q34;q11)[20] 14-16 xacta
1
2. 45,X0,t(8;21)(q22;q22),del(12)(p12),-¥[20] MJC 15 sacra
3 46,XX,t(8;21)(q22;q22)[20], MJIC 2
) 46,XY,(8;21)(q22;q22)[20] 13-14 >xacta
46,XY[11]/47,XY, 1
4 del(6)(q21),del(11)(q21),+mar[9] I 4 xacrta
5 46,XY[16]/57, XXY del (6)(q21),+4,+6,+8, HMIT 1
’ +10,+14,+17,+18,+18,+21,+ mar[4] 4 xacta
1
6. 46,XX,t(11;14)(p13;q11)[20] KIUT 10 sxacra
1
7. 46,XY[3]/46, XY,t(8;17)(q22;p13)[17] AKMIT 8 xacta
8. 46,XY,(4;22;21)(q34;q11;p12)[20] CMIJI 1
1
.9 .
9. 46,XX,t(11;?)(p15;q11)[20] AKMIT 4 wacra
10 46,XX[15]/47,XX,add (6)(p25);+8,+9,-2[2]/ KMUT 1
' 47,XX,del(8)(q22);+8;+8;-21[3] 15 xacra
1
11. 45,XX,del(11)(p14),-7[4]/45,XX,-7[16] KIT 10 sacra
1
12. 46,XX,del(11)(p14)[20] KIUT R sacta
46,XY[5]; 2
13 46,XY,t(15;17)(q22;q21)[15] KL 9 xacra
1
14. 46,XV,del(6)(q21)[20] KMIT 10 sacra
Ecxkepry: [20] — 3epTTenren MeTadas3anblk KICTKANIap CaHbl

Coszputmanbel - MuenoOmactel  neiiko3  (CMJI)
JTMarHO3bl KOoWbUFaH 4 0anana «hunaaenbQpusiTbiky
xpomocomanbiH Typi — t (9;22) (q34; qll), s¥un
9-111b1 KOHE 22-11IbI XPOMOCOMAJIAPAbIH apachblHAA-
FBI TpaHCoKanus, ke3zaecti, xkuimiri 21,05% kypa-
IIbI. AiTa KETEeTiH jkall, OyJI e3repic TeK »KacTapsbl
14-Ten ackaH Oasnanap/a OalKasIbl.

MuenoanucIuta3uBTi CHHIPOM JHArHO3BIMEH 3
(15,79%) Oamana t (8;21) (q22; q22) xpomocoma-
JIBIK ©3Tepic aHBIKTAJIbl, COHBIMEH KaTap KBIHBIC
XpOMOCOMACHhIHA acep €TKEH | )KaFail Ke3/1ecTi.

KJUJI-ma 11-m1i XpoMOCOMaHBIH JIETCTHSCH 3
HayKacTa kes3zecti, Oipak 2 Oamama del (11) (p14)
arimareiHza, an 1 6amama t (11;14) (p13; ql1) aiima-

FBIHJA Ke3JlecTi. 2 Oanajia XUMHOTEpaIusiIaH COH
caH/IbIK e3repicTep Oaiikanapl: 1 Haykacta 16 me-
taazaceirna 46, XY, an 4 meradazana 57, XXY,
del (6) (g21), +4, +6, +8, +10, +14, +17, +18, +18,
+21, +mar XpoMOCOMAJIBIK MyTaIUsuIap Ke31ecTi. 2
Haykacta 15 meradaszaceiama 46, XX xpomocoma-
JIBIK XKHUBIHTBIFBI, 2 MeTada3aceinga 47, XX, add (6)
(p25); +8, +9, =2 caHIBIK koHE KYPBUIBIMJIBIK ©3T¢-
picrep, con HaykacThiH 3 MeTadazaceinaa 47, XX,
del (8) (q22); +8; +8; —21 e3repicTep aHBIKTAIBI.
Kenreren onebuertep/iH MamiMeTTepi OONBIH-
11a XUMUOTEPANHUsIaH COH IMOJUIUIOUATHI KIeTKa-
JapJbIH Ke3aeceTiHi mamiM. Erep meradasana ao-
OeparsiFa yibIparaH XpoMocoMajap KoK 0oJica,
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TEK CaHBI JKaFbIHAH e3repicTep Oaifkaica, aypyblH
JKaFpIMIIBI OOJTYBIH OoJDKammaiapl. Erep me caHbl
JKarbIHAaH XKOHE KOCBIMIIIA XPOMOCOMAJIBIK abbepa-
nustap Oaiikanca Ooinkam KarbIMCBI3 JIET caHana-
Iel [5,11].

Tarbl Oip akita keterin xarmaii JKJIJI sxone
KMII 3 Gamama del(6)(q21) Oafikanmel. bynm xy-
PBUIBIMIIBIK MYTaIMSIHBIH Ke3jecy skuiairi 15,78%
KYpaJbl. O-II6I XpPOMOCOMAHBIH Y3bIH HBIFBIH/IAFbI
neneuus bateic Eyponana xone Peceiine eTe cupek
KE3/IeCeTiH XpPOMOCOMAIBIK MYTallUSHBIH TYpPi pe-
TiHae ecentenineni [12]. SfHu, 0Cbl KYPbUIBIMIBIK
myTtanus Kazakcranma neiiko3 aypyblHAa JKHIpEK
ke3zgecel nen adtyra 6omanel. Cyperre CMJI-na
kui kezmeceTiH t (9; 22)(q34; ql1) xpoMocoMabIK

(SR

1 2 3

(HETRI

R 82 @

13 14 15

B 8

19 20

MyTanus kepceriareH. CoHbIMEH, JIEHKO3 aypyblHa
HIajbIKKaH OananapblH XPOMOCOMAIIBIK CaHIIBIK
JKOHE KYPBUTBIMIBIK OY3BUTBICTAPBI epeKIIe OOJIBII
keneni. Jleiiko3 aypyblHBIH TypiHE Kapali MyTta-
OUsIapabIH epekmenikTepi, 19 6amama xpomoco-
MaJIapJblH CaHIBIK, KOCHIMILIA CamaiblK e3repic-
tepi 21,05% xoHE TeK KYpBUTBIMIBIK ©3repicTepi
94,74% aHBIKTAIILI.

Jleiiko3 aypyblHa INaNJBIKKAH HayKacTap.ibIH
XPOMOCOMAJIBIK ©3repicTepiH Oakpuiay, sSIFHH LUTO-
TCHETUKAJBIK TaJIIAy JKYPTridy, KIMHUKAAA KayilTi
aypyJblH ©Ty OapbhIChlH, OOKaMbIH aHBIKTAy/la,
apHaibl eMIlapa TaHay1a, COHbIMEH Kartap eH Oac-
ThI KOMET1 JICWKO3/IbIH THITiH aHBIKTaY 12 0ACTHI poll
aTKapajpl.
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Cypet — Co3buIMaltsl JICHKO3/IbIH TPaHCIOKaNUsUIbIK Gopmack — t(9;22)(q34;q11)
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