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Deamosa C.K.
Byxapckuii rocyaapcTBEHHBIH METUIIMHCKUN HHCTUTYT UMeHH AOy Amu noH CuHa.

v’ Pestome

Humozenemuueckuii ananuz npu OCmMpoM MueaouoHom Jeikoze (OMJI) u ocmpom
aumepoonacmuom neiikoze (OJLI) evisagun 601bUIOE KOJIUYECHBO HECAYYAUHBIX XPOMOCOMHDBIX
anomanui. Bo munozux cayuaax MmojeKyaapHvle UCCNE006AHUA  IMUX  AHOMAIUIN  6HIAGNANU
onpeodeieHHble 2€Hbl, yuacmeyioujue 6 npoyecce neiikemozenesa. Haubonee pacnpocmpanennsle
Xpomocomnuvle adeppayuu  C6A3aHbI C  KOHKPEMHBLIMU  JAOOPAMOPHLIMU U  KIUHUYECKUMU
XAPAKMepUuCmuKkamu u 6 HaAcmoauiee 6pems UCHONb3YIOMCA 6 Kauecmee OuAZHOCMUYECKUX U
RPOCHOCMUYECKUX MAPKEPos, NOMOZAIOWUX KIUHUYUcmy e6vidupamy Hnauboree IPpexmugnvle
Memoovl neyenusn. Cneyuguueckue Xpomocomuvie adeppayuu u ux MOAEKYIAPHBIE AHAN02U OblaU
6KJII04EHbl 6 KNACCUPUKAUUIO 2eMAMOSI02UYECKUX 3/I0KAYEeCMEEHHbIX HO06000pazosanuilt Bcemupnoi
opeanu3zauuu 30pa60OXPAHEHUs U emecme ¢ Mmopgonozueil, UMMYHOPEHOMUNOM U KIUHUYECKUMU
HPU3HAKAMU UCHOIb3YIOMCA 015 OnpedenenHus pasnuiunvlx popm 6one3nu. B amom o0630pe 060o6uennt
meKyujue 6321:10bl HA KIUHUYECKYI0 3HAYUMOCHIL OCHOBHBIX WUmozeHemuueckux oannvix npu OMJI u
OJIUl y é3pochbix.

Knrouegvie cnosa: ocmpulii n1eiiko3, OUazZHOCMUKA, YUMO2EHEMUKA, XPOMOCOMHbIE adeppayuu.

CYTOGENETICS IN ACUTE LEUKEMIA
Egamova S.Q.

Bukhara State Medical Institute named after Abu Ali ibn Sina

v" Resume

Cytogenetic analysis in acute myeloid leukemia (AML) and acute lymphoblastic leukemia (ALL)
revealed a large number of non-random chromosomal abnormalities. In many cases, molecular studies
of these abnormalities have identified specific genes involved in the process of leukemogenesis. The most
common chromosomal aberrations are associated with specific laboratory and clinical characteristics
and are currently used as diagnostic and prognostic markers to help the clinician choose the most
effective treatment. Specific chromosomal aberrations and their molecular analogs have been included
in the World Health Organization classification of hematologic malignancies and, together with
morphology, immunophenotype, and clinical features, are used to identify various forms of the disease.
This review summarizes current views on the clinical relevance of key cytogenetic findings in AML and
ALL in adults.
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VTKUP JEUKO3JIAPJA HIUTOITEHETUKA
Deamosa C.K.
A0y Amn ubH CruHo Homugaru byxopo JlaBnat THOOEW HHCTUTYTH

v’ Pesiome

Vmxup muenobnacmnu neiikos (YMJ) ea ymxup numepoénacmau neikosnapoa (YJLI)
JmKa3unaouzan YumozeHeMuK maxjaua OpPKAAW HOMapkKep Oyn2an Xpomocoma aHOMATUATAPU
anuknanaou. Kynzuna xonnapoa 6y anomanusanap neiikemozenes MHcapaéHuoa UWMUPOK IMYeHU
MAXCYC 2eHnapoa MoJeKyaap maokukomaap époamuoa auukxianaou. Kene mapxanzan xpomocoma
abeppayuanapu 1a060pamop 6a KAUHUK XAPAKMEPUCMUKA2A 002TUK, OYIUb, X03Uup2u KYHOA OUAZHOCHUK
64 NPOZHOCMUK Mapkep cugamuoa 0aeonoeuu wugoropnapza camapaniu 0agonauwi ycyniapunu
mannawiza UMKOH Oepmokoa. Maxcyc Xxpomocoma abeppauyuanapu 6a YIAPHUHZ MOJIEKYAAD
AHATI02NAPU  HCAXOH COJMUKHU CAKAAWL MAWKUIOMU MACHUpuU2a Kupumunzan ea mopgonozus,
UMMyHOpeHomunIaw 6a KIUHUK Oenzunap Ounan oOupza KAcCAIAUKHUKZ MYPAU WAKIAPURU
anukaawoa goinananunaou. Yuoy wiapxoa KiuHuUK axamusamea 32a 0y1zan Kammanapoa yupaiouzan
YMUI 6a Y/L/Tuunz acocuii yumozenemux Maviymomiap Xakuoazu Kapawnap ymymiaumupuiza.

Kanum cyznap: ymkup neiiko3, OuazHocmuKa, yumozeHemuKda, Xpomocoma adeppanuana
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AKTyaJbHOCTb
TaHJApPTHBIA  LUTONCHETUYECKUH aHaIu3
C UMeeT  HauOoJblIee 3HauCHUE I
JIMaTHOCTUKH OITYX0JIEW KPOBETBOPHOU CUCTEMBI,

B OCHOBE  pa3BHUTHUS, KOTOPBIX  JIEXKaT
TEHETHUYECKHUE U3MCHEHUS B KJIETKe-
MpeAleCTBEHHULIbI- FEeMOIOATHYECKOU
CTBOJIOBOM KJIETKE. Kaxk MpaBUIo,

UTOT€HETUYECKUE W3MEHEHHS IPEJICTaBICHBI
MYTalHUSAMH XPOMOCOM.

MertadazHas 1racTHHKa — OCOOBIH CIIOCO0
BBIJICNICHHS W JIOKAJIU3allMd  XPOMOCOM B
nporecce  JIeNeHUsT KJIETOK, MpU  KOTOPOM
XPOMOCOMBI  BBICTPAUBAIOTCS TaK, 4YTO WX
HEHTPOMEPBl  TEPIEHAUKYJISPHBI  TUIOCKOCTH
wieya xpomocombl. [locne muddepeHunanbHOR
OKpacke MeTada3HbIX XpOMOCOM TOSIBISIETCS
VHUKaNbHAs Ui  KaXIOM Taphl XpPOMOCOM
noriepevHas uc4YepueHHocTb. Hambonee dvacro
UCToJb3yeMass Meronuka nuddepeHInanbHON
OKpackn  XpomocoM-  G-muddepeHnmanbHas
okpacka (G-bands, Giemsabands) xpacutenem
I'mm3bl wim Paiita. OkpallleHHble XpOMOCOMBI
UCCIICAYIOT C MTOMOIIBIO CBETOBOW MUKPOCKOIIHH.
Huddepennmnanpaas OKpacka XPOMOCOM
MO3BOJISIET ~ OMMCAThb KAapHOTHII  IOJHOCTBIO,
O00HApYXHUTh JWMATHOCTUYECKHE, BapUaHTHBIE U
JIOTIOJTHUTENIbHBIE TIEPECTPONKH XPOMOCOMHOTO
anmapata Ki1eTkd. OOBIYHO KapHOTHIHPYIOT 20—
25 wmeraga3. OCHOBHOW HEIOCTaTOK 3TOTO
MeTOJ]la — OTCYTCTBHE B HEKOTOPBIX CIIydasx
MHUTO30B WJIM HHU3KOE KadecTBO MeTadaszHbIX
IUIACTMHOK.  TocieaoBarenbHoctn  G-mosoc,
MOJTYy4aeMbIX npu mddepenmanbLHOM
OKpalllMBaHWH KaXJAOH W3 XPOMOCOM, Oblia
co3Jlana eMHast [UTOTCHETHYECKast
Kilaccupukanus M HOMeEHKiarypa  («An
International System for Human Cytogenetic
Nomenclature», ISCN), corimacHo KOTOpOM
omuckIBarOT Kapuorwui [1,3].

KopoTkoe u IMMHHOE IIEYH XPOMOCOMBI C
YYETOM IUTOTCHETHYECKOH KilacCuDUKAMH U
HOMEHKJIATYpbl 0003HadaloT OykBaMH p H (
COOTBETCTBEHHO. TpaHciokanuio 0003HAYaIOT
OYKBOH t, TOCIIe KOTOPO# B MEPBBIX CKOOKAX

YKa3bIBAalOT HOMEpa abeppaHTHBIX XPOMOCOM, a
BO BTOPBIX CKOOKax CerMEHTBhl  3TUX
XpOMOCOM, Y4YacTBYIOIIME B TpPaHCIIOKALUH.
WuBepcuio 0003HAYAIOT inV, MHCEPLHUIO — INS,
JIeJIeLnI0 del. HopmanbHblii KapUOTHII
MY>KYMHBI IPU TI0JCUeTe MeTadas, yKa3blBaeMbIX
B KBaJpaTHBIX CKOOKaX, — 46XY[20], >KeHITHHBI
— 46XX][20]. IIpu omucaHUU TMATOIOTHIECKOTO
KapHOTHIIA YKa3bIBalOT KOJIMYECTBO MHUTO30B C
W3MEHEHHBIM M HOPMAaJIbHBIM KapHOTHUIIOM, €CIIH
TaKoOBbIE TPUCYTCTBYIOT. Hampumep, kapmortum
46XY,1(9;22)[19]/46XY[1] KapHOTHUI
MYXX4YUHBI € (uaanenbPuiickol XpoMocoMoit
(Ph-xpomocoma) B 19 u3 20 mOACYUTAHHBIX
Mmeradas, uyto B mepecuere Ha 100 meradas
o3HayaeT Haiauuue 95% OmMyXOneBBIX KIETOK
(2,4,5).

K  mnacrosmmemy ~ BpeMEeHH  BBISIBICHO
HECKOJIBKO JECATKOB Pa3lIMYHBIX XPOMOCOMHBIX
aHOMaJIMH, XapaKTEPHBIX IJIs OCTPBIX JIEHKO30B;
OosbIIeil 9acThio 3TO TpaHcmoKauu. Cpeau HuX
€CTh Takue, KOTOpble OOHApyXHUBAIOTCS MOYTH
UCKITIOYUTEIBHO pu ONpeAeICHHBIX
Mopdomorndecknx  (opMax  Apyrue  Ipu
paznuuHbIx popmax (9).

HuTorenernyeckue 0COOEHHOCTH OCTPOIO
MHe1001aCTHOTO JIeiiko3a. N3meHenus
KOJIMYECTBA XPOMOCOM (QHYIIOMUS) WM WX
CTPYKTYphl (NICEBAOAMIIIONINS), WIM TO U
npyroe BMecte HaOmomaercsi B 50% ciryuyaes
OCTPOTO MHEJIOWTHOTO Jieliko3a. Hawmboiee
4acThIMM AHOMAIMSMHU SABISETCS TpUcOMHUA &,
MoHOcoMus 7, Tpucomus 21, nmoteps X nmimm VY-

XPOMOCOMBI. Ipn JICYCHUH OCTpOTO
MHEI00JIaCTHOTO neiko3a
XMMHUOTEPANICBTUYECKUMH CPEICTBAMH, a TaKXKE
OpH  WCHOJNB30BAHUM  JIY4eBOH  Teparuu
XapakTepHOit 0COOEHHOCTHIO SIBIISIETCS

YyacTUYHasd WIM TOJIHAas yTpara 5 XpPOMOCOMBI.
Hawubomnee gacto BCTpeUaromuecss XpOMOCOMHBIC
AHOMAJINN )51 TpaHCJIOKaIlNun nmpu OCTpOM
MUEJIO0JACTHOM JICMKO3€ MPEJICTABICHBI B Ta0JI.
1.

Taon. 1. Haubonee yacmole XpoMOCOMHbIE AHOMATIUN RPU OCHIPOM MUEI001ACHHOM JleliKo3e.

XpoMocoMHasi aHOMAJINS

Kiannuueckue KOoppeasnuu

HOTepH HJIM YBCJIMYCHHUEC KOJINYCCTBA XPOMOCOM

Jlenemus gacTv Wiw BCe# 5 wimm 7 XpOMOCOMBI

Hab6mrongaeTcst y 607IBHBIX OCTPBHIM MUCTIOUTHBIM
neiikozoM (dame M; u M2) de novo, a Takxe y
MAI[UCHTOB, IOJIyYaBIINX XUMHOTCPANUIO WU
JIY4EBYIO T€PAIHIO, IPOrHO3 IIOXOM.

Tpucomus 8 XapakTepHa JuIsi  BCEX  THUIIOB  OCTPOTO
MHEJIOUTHOTO JIEHK03a, MPOTHO3 IJIOXOM.
Tpucomusa? 1 HaubGonee xapakTepHa i THIIOB OCTPOTO

MHEJIOUJTHOTO JIekiKko3a My My,
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Tpucomusi13 XapakTepHa i ON(ESHOTHITHIECKHUX JICHKO30B

Monocomus 7 Hab6momaercs nmpu M2, M4, M5 BapuanTax
OCTPOr0 MHEJIOUAHOTO JeHK03a

Henerms (11) HabmonmaeTcs mpu Bapuantax M5, M4, M2

Tpanciokauuu

t(8;21) Nmeercs 'y 10% OOmBHBIX € OCTPBHIM
MUENOUJHBIM Jieiiko3oM (wame mpu M2, M4
BapHUaHTAaX), 6 MOJOBHUHE CITyYyacB COYETACTCS C
norepe Y-XpOMOCOMBl Y MYyXYUH Wik X-
XpOMOCOMBI Yy JKEHIIWH. Bbicokas wyacrora
Pa3BUTHS TPAHYJIOUUTAPHON CapPKOMBI.

t(15;17) Hab6monaetcs Gonee yem y 70% OONBHBIX ¢
OCTPBIM TMPOMHETIONUTAPHBIM JICHKO30M, MpHU
9TOM  Hapymaercss  pPachojoKeHHEe TeHOB
pelenTopa PETHHOEBOW KHUCIIOTHI, MPOTHO3
JyYIIe.

t(9;22) Nmeercss 'y 4%  OONBHBIX C  OCTPBIM
MUEJIOUTHBIM JeHKo30M (0o0b19HO
pu Bapuante M;)

t(4;11) ACCOIIMHMPYETCI C OCTPHIM  MOHOIIUTAPHBIM
neriko3oM (M5), 0coOeHHO 9acTo y eTei.

t(6; 9) HaGmomaercs 'y 0,5% OONBHBIX C OCTPBIM
MUEOUIHBIM JIeHKo30M (BapuaHT M,, M2, MJ,
TIPH PTOM YBEIWYCHO KOJIMYECTBO 0a30(MIOB B
KOCTHOM MO3Te, XapaKTepeH IUIOXOW OTBEeT Ha
MPOBOIMMOE JICUCHHE.

t(6; 11) AcconuupyroTcss € OCTPbIM MOHOLUTAapHBIM

t(9; 11) meiikozom; 11 23- TpaHclOKanmpu — darie

t(11;17) BCTPEUAIOTCS y  JIeTeH, XapaKTepHU3yHTCs

t(11; 19) IJIOXUM MIPOrHO30M u HapyIlIeHuEeM
pacnoyioxkenust rena MLL

Jpyrue cCTpyKTypHbBIC aHOMAJIUH

mv(16)(p13:q22); HaGmromaercst mpm  ocTpoM  MHUEIOUTHOM

del(16)(q22); neiko3e c YBEJIIMYCHHBIM

1(16:16)(p13:922) KOJIMYECTBOM 303MHO(DUIIOB B KOCTHOM MO3Te

t(8-16) (q11: g22)

t(15;17)(g22;921). TpaHcnokanus
cnenuduyHa TSI OCTPOTO MPOMHEIIOUTAPHOTO
neiiko3a (OILJI), npu koTopoMm oHa HaOJrOAAETCS
no4yt Bo Beex ciydasx (90-95%). Yactora xe
CcaMoro TMPOMHENIONUTAPHOrO  Jieiiko3a (M3)
CHJIHO BapbHpPYeT B pa3HBIX PErHOHAX MUpAa,
coctaBimsiss oT 5 mo 50% or Bcex OMIJL
Tpancnokarus t(15;17) He oOHapyKeHa HU IIpH
omHOM  remobmacro3e, kpome OIUI wm
NPOMHENIOIUTApHOTO OyacTHoro kpuza XMJL.
Ota TpaHCIOKalMs HPUBOJUT K 00pa3oBaHMIO
XMMEPHOTO TEHa 3a CcYeT CIHsHUS (parMeHTa
rena PML wu3 xpomocombl 15 ¢ ¢parmeHrom
reHa, KOAMPYIOIEro pEeLenTop a-peTHHOEBON
kuciotel (RARa) 3 xpomocomsr 17.

WHorma  BO3HUKAIOT  TPYOHOCTH  TPH
muddepeHmanbHOM  AuarHose Mexay FAB
BapuaHTamu M, u M3 unu My u Ms. YTouHUTH

Korma TpaHciokanuio t(15;17) oOHapyXuTh He
yAaercs, ClleyeT YTOYHUTh AUAarHO3 C TIOMOIIBHI0
FISH wnu III[P. Kpome TOro, B Hacrosiiee
BpeMsi pa3paboTaHbl aHTUTENa, MO3BOJISIOLINE
OTJIMYUTH M3 BapuaHT oT Apyrux tunos OMJL
1(8;21 )(g22;022). Tpancnokaius xapakTepHa
uis M2 BapuaHTa W OYeHb PEeIKO HaOJIoJaeTcs
i1 M2 BapuaHTa U OYEHb PEOKO HaOJI0JaeTcst
mpu M;, My, Ms. AMepukaHCKre UCCIIEIOBATEIH
BBIJICNISIIOT 6 MOP(QOIOTHIECKUX OCOOCHHOCTEH
KJIETOK KOCTHOTO MO3ra, COYeTaHHE KOTOPBIX
xapakrepro s OMJI ¢ t(8;21) B ornmune ot
MHUENOONAaCTHBIX  JIEMKO30B c JIpYTUMHA
cnenu(UUIEeCKUMH  W3MEHEHUSIMH ~ KapHOTHIIA.
Kpome Toro, mpum 5TOH aHOMaIMHU HEPEIKO

HabJro1aeTCs HOBBIIIICHHOE Co/IepXKaHKe
303UHO(UIIOB B KOCTHOM MO3T€.
MoJeKyISIpHO-TEeHETHYECKHE  HUCCIIe0OBAHUS

JINarHo3 TOMOTaeT CTaHIAPTHOE  IOKa3ayid, 4To MpH t(8;21) MpOUCXOIAT pa3phIBEI
[IUTOTeHETHYECKOe HCCIeN0BaHue, a B ciydasx, B AByx rerax ETO (xpomocoma 8) m AMLI
N
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(xpomocoma 21). [Ipu coussHuN 00pa30BaBIIAXCS
¢parmentoB JIHK Ha xpomocome 8 obpaszyercs
xumepHbiii reH: AMLI-ETO. Ilpoayktel 3TOro
rera - PHK u Gemox moxxHO 00Hapyxwuts y 100%
OONBHBIX.

inv(16)(p13;q22) u t(16;16)(p13;q22) Otm
U3MCHEHUSI KapHOTHIIA XapaKTEePHBI UL OCTPOTO
MHEIOMOHOOIacTHOrO Jeiko3a: M4Eo u M4, rae
ux BBUABIAIOT ¢ yactoto 100% wu 40%
cooTBeTCTBEHHO. [IpndyeM 0OBIYHO pedb uaeT 00
WHBEPCHUHU XPOMOCOMBI 16, TpaHciokarus t(16;16) —
aHOMaJIHA 3HAYUTEIHHO Oonee penakas.
Heo0xonuMo MOMYEpKHYTH TECHYIO CBSI3b MEWKIY
HaJMYWE€M  WHBEPCHH  XPOMOCOMBI 16 ©
NPUCYTCTBUEM B KOCTHOM MO3T€ aHOMAIBHBIX
203MHO(MWIIOB, Jake B HEOOJIBIIIOM KOJHYECTBE.
VHpIME  cioBamMH: Ha3BaHHBIE XPOMOCOMHEIE
MEePECTPONKN OOHAPYKUBAIOTCS H3pENKa M IPH
pa3IMYHBIX JAPYTHMX MOP(}OIOrHYecKrX BapHaHTaX
OMJI (we Tonmpko mpu M4Eo u M4), omHako
MPaKTHYECKH BCE CIyYau ¢ HHBEPCHEH XPOMOCOMBI
16 xapakTepu3ylTcs MPUCYTCTBHEM aHOMAIbHBIX
203uHOGMIOB.  MeamaHa  BBDKMBAGMOCTH Y
6onpHBIX ¢ inv(16) u t(16;16) cocraBmsima 18
MecsIeB, a Ipyu HauboJiee MHTCHCUBHOM Teparuu -
27 mecsnes; 14% mnanueHTOB OBLIM JKUBHI yepe3 4
roga OT Hadvama JedeHus. B HacTosmee Bpems
pe3yNbTaThl JICYEHUs] 3TOW (POpMBI CYHIECCTBEHHO
VIIYYIIMIUCH: TIOJMHBIE PEMHCCUH JOCTHTAIOTCS B
90%, a MmeamaHa BBDKMBAeMOCTH cocTaBiser 77
MECSIIIEB.

t{3;3)(q21;q26) wu inv(3)(q21q26). Otn
XPOMOCOMHBIE aHOMaJMH xapakTepHbl 1t OMJI u
MUEJIOAUCIUIA3UH, MPOTEKAIOLINX CO CBOeOOpa3HOH
KJIIMHUKO-TEMATOJIOTMUECKON KapTUHOM: MOBBILIEH
4yeM y manueHToB ¢ t(10;11).

B Hacrosiee BpeMs: peKOMEHIyeTCsl IPOBOJUTD
UCCIIEZIOBaHUE KApUOTHMA Yy KaxIOro OOJIBHOTO
OMJI, mnockojibKy Hecly4yailiHble XpOMOCOMHBIE
AaHOMAJIMM MMEIOT HE3aBHCHMOE IPOTHOCTHYECKOE
3HaueHue. B To jxe BpeMs SCHO, 4TO KaXKAas Irpymmna

JEWKO30B  C  WIACHTUYHBIMH  HM3MEHCHUSIMHU
KapuOTHIIa - HEOJHOpomHa. B  rpymme ¢
OTHOCUTEIBHO  XOPOIIUM  IPOTHO30M  JOJS
OONBHBIX, KOTOpBIE KMBYT Oomee 5 e,

3HAYUTEIHHO BHIIIE, YeM B TpYyMNe C IJIOXUM
MPOTHO30M, HO HE Bce OOJIBHBIC B KaXJIOH Tpymie
OyayT WMeThb OJWHAKOBYIO MPOIOIKUTENLHOCTh
KU3HU TIPH OJHOTUITHOM JieueHWH. Hampumep,
Toibko 70-80% TmanMEHTOB ¢ MUEIOOJIACTHBIM
JIeK030M M TpaHciokanuel t(8;21) nepexuBaroT 5-
JeTHUH  pyOex, KaXabli ke OONpHOM W3
octaBmmxcsi 30% MOXKET MPOXKUTh 3HAYUTEIHHO
MeHbIIe. Bce  cka3aHHO€  HMEET  IENBI0
MOTYCPKHYTh MBICTH 00 OTHOCUTEIHLHOM 3HAYCHUU
[IATOIE€HETHYECKOTO MPOTHO3a B Ka)X7IOM
KOHKpeTHOM ciydae. C  gpyrod  CTOpDOHBI,
pe3yabTaThl XPOMOCOMHOTO aHaJIM3a OYeHb BAJKHBI

npu OIICHKE 3P PEKTUBHOCTH HOBBIX
TepaneBTUYECKUX MIPOTOKOJIOB, MOCKOJIBbKY
IUTOTCHETUYECKasd XapaKTePUCTUKa TPYMIbI JaeT
MPEICTaBICHUE O JIOJIEe CIIydacB C ONArompHsTHBIM
U HeOIaronpusTHBIM POrHO30M (6,7).

HuTorenernyeckue 0co0eHHOCTH OCTpPOro B-
KJIE€TOYHOr0 JuM$006IaCTHOTO JeiKo3a.
LuTtorenernueckue  HMCCIEIOBAHUA  BBISBIISIOT
pa3inyHbIE XPOMOCOMHBIC aHOMAJHMH TPH OCTPOM
maMmdoOTacTHOM Jielikoze. [Ipu aHamu3e KaproTHia
MOTYT OOHapy>XuBaThbcs TceBAOaUIITOUANS (46
XpPOMOCOM CO CTPYKTYpHBIMH aHOMAJIMSMHM, Yallle
TpaHcinokanusamu). ['unepautuionaus, | rpymmsr (ot
47 mo 50 xpomocom), rurnepauruionaus | rpymmet
(bomee 50 xpomMocoM), TUMOTUIUIOMIUS TS
octporo nuMQpobIacCTHOTO JeHK03a He XapaKTepHa.
INmnepaurutonaus Hanboee YacTo BBLIBISICTCS Y
IeTeu.

C npenpe-B-OJIJI u 3HaunTENBHO pEXE MPHU IIPe
-B-OJUJI.  Ovennr  xapakrepast gis  OJIJI
TPAHCIOKAIIUH. Crierudpuueckumu
TpaHciokanusaMu sSBISFOTCA t(8;14) (y OONMBHBIX ¢
B- xmaTounom OJIJI ¢ MOp(dOIOTHUECKMM THIIOM)
L3 ¢ TmMOBEpXHOCTHBIM HMMYHOTIIOOYIHHOM);
t(9;22) wnu punogensbduiickas xpomocoma; t(4;11);
HaOmogaercs npu npe-B-OJIJI). Tpancnokanus
1(4; 11) naubonee yacTo HAOIIOIAETCS B BIACTHBIX
KIeTKaX ¢ JUMQOUAHBIMM U  MHUEIOHIHBIMU
Mapkepamu. HambGornee BaxxHOH XPOMOCOMHOMU
aHomanued npu OJUJI sBrusercs TpaHCIOKaLUs
t(9;22) ¢ obOpaszoBanuem xumepHoro rena BCR-
ABL. TIIpu »ot0oif Tpancinokauuu reH ABL
MepeMenIaeTcst U3 XpOMOCOMBI 9 B TOUKY pa3phIBa B
kiactepuoii obmactu (breakpoint cluster region)
XpoMocoMsbl 22. B pe3ynbTaTte CUHTE3UPYETCs OfHA
W3 JIByX aHOMAJIbHBIX MpoTenHKnHa3- p210 wmm p
190. Tun p210 vame ABHSETCA NPU XPOHUYECKOM
mamdorneiikose, a Tan pl90- vame npu OJIJI. Han
Oonee yacto t(9;22) Habmromaercss y OONBHBIX C
OJIJI, O6macter kotopeix umeror CALL (CDIO)
AQHTUTEH. XapakTepHOH o01el TpaHcIoKauuei ams
B-knerounoro  nmumdoneiikoza u  aEM(OMBI
bepkurra mns B-xierounoro nmumdoneiikoza u
muMmpombr bepkutra sBusercs t(8;14) (q24;q32),
Hepenko ObBaer t(2;8) (pll-13;q24) m t(8;22)
(924;911).

Tpancnokamuss  t(5;14)  (q31;932) wacro
HaOmogaercs npu B-OJIJI B couerammu ¢
s03nHOGMINEH. DTa TpaHCIOKAIMA MpPEACTaBISIET
OoNpLIOW HHTEpeC, Tak Kak oOyCIIOBIMBAET
W3MCHEHHE TCHOB TSKEIION eTH
WMMYHOTJI00YJIHHA u WHTepIIeHKHHA-3.
[IpennonaraeTcs, 4TO HEKOHTPOJIHpPYE MBI pOCT
KIETOK SABIISETCS PpEe3yNbTaTOM aKTHBAIlMM T'¢Ha
uHTEpneiiknHa-3. B Tabm.2  cymMupoBaHBI
HauboJiee 4YacThle XPOMOCOMHBIE aHOMAIWU MpHU
OJIL
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Taon. 2. Haubonee xapaxkmepHvle XpOMOCOMHbBlE AHOMANUW RPpU ocmpom B-knemounom
aumoodbracmnom aeikose.
NvmyHopeHoTHII XpoMocOMHAasE AaHOMAJIUSA I'enbl, BOBJICYeHHBIC B
MaTOJOTHYeCKHUil mpouece

B-OJI1 t(4;11)(921;923)
t(5;14)(g31;932) IL3,1gh
t(8;14) (q24;932) c-myc, Igh
t(2;8) (p1l;q24) c-myc, Igk

ITpe-B-0OJIJT t(8;22)(q24;q11) c-myc, Igh
t(1;19)(q23;p13) Prt, E2A

Ilpumeuanue: L3 — unmepnevikun 3; Igh — msoicenas yeno ummynoenobyiuna,; K u A - jeekue yenu

UMMYHO2L00YIUHOB.

LuTorenernyeckne ocodbeHHocTn ocrporo T- muMdpobmactHoro  neiiko3a. IloBpexneHne B
KjaeTouHoro JaumdodaacTHoro Jeiikoza. VY  xpomocome 7(032-q36), ma yuactke f rema f-
OONBHBIX OCTPBIMH T-kneTouHBIMH  CyOBEAMHHIBI T-KJIETOYHOI'O pEIEeNnTopa YacTo
TUMQPOOIIACTHRIMH JIEWKO3aMHU BBISBJIICHBI ~ HaOmogaercs npu T-kinerounom OJIJI, HO He npu

pa3UYHBIE TPAHCIOKAIIMM XPOMOCOM, KOTOPBIC
3aTparMBalOT TeHbI T-KJIETOYHOrO PerenTopa,
COCTOSIIIETO U3 a-, B-, ¥-, 6-cyobenuuui. Hanbonee
XapaKTePHBIM SBISIETCS TOBPEXKICHHE XPOMOCOMEI
14911 yuactka o/f menu T-KJI€TOYHOTO perenTtopa.
Tpancmokamust — t(1;14)  (pl13;91ll) BcTpewaercs
npubmmsurensHo v 25%, a t(1;14) (p34;q1l) — y
3% nereli ¢ T-KIETOYHBIM BapUAHTOM OCTPOTO

p-knerounom  OJUJI.  Toukm  paspeiBa B
tpanciokanmsax t(10;14) (q24;qll) mnoBpexmaioT
TeHBI 0-CyOBeIUHHUIBI T-KIETOYHOTO PEIenTopa H
TEPMHUHATIBHOW JIE€30KCHHYKICOTHIUITPaHCHEpasbl
(TdT). Haubonee xapakTepHble XPOMOCOMHbIE
aHoManuu Tpu  T-kiaerouHoM — M¢oOrIacTHOM
JieiiKo3¢e MpeIcTaBIeHbI B Ta0:1.3.

Ta6n.3. Xapaxmepuvie xpomocomusie anomanuu npu T-xiemounom ocmpom numgoodoracmmuom

J1eliKo3e.
XpOMOCOMHLIe AHOMAJIMN Fe]—lbl, BOBJICUEHHBIE B NAaTOJOIHYE€CKHIi nmpoiecc |
t(11,14)(p13,q11) tcl-2, TCRa
t(1,14)(p34,q11) TCRa
t(8,14) (q24,911) c-myc, TCRa
t(10,14)(g24,911) tcl-3,TCRa
t(1,14) (p32,911) TCRa
t(14,14)(q11,q32) TCRa
t(7,9) (935,934) TCRp
t(7,14)(935-36,911) TCRp
t(7,7)(p15,911) TCRy
t(7,14)(p15,q11) TCRy
inv(14) (q11,932) TCRa, tcl-1

Obo3nauenusa: TCRa, B, y — rensl cyobeaunul T-KIETOYHOTO perenTopa.

[lpy  pasnTuUYHBIX  MMMYHO(EHOTHUITHYECKUX
BapuaHTaX OCTPOro JMMQoOIacCTHOrO JIelKo3a B
10% ciy4yaeB HaOmojaercs Jelenusi KOPOTKOTO
ieya 9 XpoMOCOMBI C BOBJIEUEHUEM Y4acTKOB p21
1 22. B 3TOM perroHe JIOKIH3YIOTCs TeHbl a- U B 1
-uHTeppepoHa. DTa JAeNelysi IPUBOAUT K IOTEpe
reHa CyIpeccopa OMyXOJH, KOTOPhIM MOXET ObITh
ren uarepdepona (7,5).

Camble HU3BECTHbIE cleUU(UYECKUEe aHOMAaIUH
npu OJUI cnexyromue:

1(9;22)(q34;q11). Tpauciokauusi HabmOAACTCS
y 20-30% B3pocubix 'y 5-10% nereit ¢ OJIJL Ipu
CTaHJIaPTHOM UTOTC€HETHIECKOM aHaim3e
TpaHCIOKausg MeXny 9 um 22 XpomMocoMaMu IpHU
OJUJI we ornmumma ot TakoBoit mpu XMJL. Ha
MOJIEKYJIIPHOM YpOBHE MPHUMEPHO B IIOJIOBHHE
ciydaeB y B3pociblx U y 20% nereid u3sMeHEHUs
Takue ke, kak nmpu XMJI; y ocTalbHBIX TallUEHTOB
pa3peiB B xpomocoMme 22 (ren BCR) pacnonoxen
Oommke K meHTpomepe. OOpa3yroNMics XUMEPHBIN
oenok - P190 BCR/ABL o6nanaer 0ojiee BBICOKOM

N
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MPOTEHMHKUHA3HOM AKTUBHOCTBIO,
xapakrepusiit 11t XMJI P210 BCR/ABL (2,8)
t(1;14)(p32-34;q11). CpaBHuUTETBHO peaKas
TpPaHCIIOKAIWsA, XapakTepHas Juisi T-KJIETOYHOTO
OJUJI. Ha MonekyisipHOM YpOBHE OOHapyKEHO
o0pa3oBaHHEe XUMEPHOT0 reHa U3 ()parMeHTOB JIBYX
TeHOB - reHa  T-KJIETOYHBIX  PELENnTOpPOB
(moxammzoBanHoro B 14qll) u rena TAL(1p32).
NHTepecHo, uto reH TAL askcnipeccupyercst TOJIbKO
B JICHKO3HBIX, HO HE B HOPMAJIbHBIX JTHUM(OUIHBIX
KIIETKaX TPEIIECTBCHHUIIAX. Y CTAaHOBJICHO, YTO
npubnuzurenabHo B 5-25% cimywaeB mpu  T-
KIETOYHBIX OCTPBIX JIEHKO3aX HWMEIT MeECTO
HUHTEPCTULHAIBHbBIE [IEJIEUU B KOPOTKOM ILIeue
XpOMOCOMBI 1, B pe3ysibTaTe KOTOPBIX 5 KOHEll reHa
TAL coeaunsiercs ¢ apyrum reHom — SCL,
PAacIIONOKEHHBIM OJIIKe K LIEHTpOMeEpe, 4eM T'eH
TAL. B pesynprare oOpasyeTcs XHMEpHBIA TeH
SCL-TAL. Bo Bcex 3TuX ciydasx, TaK *e, Kak U
npu t(1;14), mpoucxomut aktuBaius reHa TAL.
Takue JIEUKO3BI HUMEIOT OTHOCHUTEJIBHO

yeM
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OnaromnpusTHOS TEUCHHUE: 3-JICTHAS BBDKHBAEMOCTD
coctaisier 60-70%.

t(4;11 )(g21 ;923). Crenuduueckast
XPOMOCOMHASI TpPAHCIOKAIMsA, KOTOPYIO YHaeTcs
00HApyXUTh MPHU Pa3IMYHBIX BapHaHTaX OCTPOro
neiiko3a. Yaie Bcero oHa Berpedaercs npu OJII u
oudenotummyecknx OJI. Drta  TpaHCIOKaNUs
Haubonee XxapakTepHa Juid Aereil mmagme 1 roxa
(6oee 50% ot obmiero kommuectBa OJI), mpum
Jeko3aX |y MIAQACHIIEB IO TIONyrofa OHa
oOHapyXHBaeTCs €IIe dalle, a y JeTed craplie
roga u y B3pociaelx mozpei ¢ OJIJI ee wgacrora
cocraBister 10-15%. Ha monexynsipHoM ypoBHE
IpU JTaHHOHM TPaHCIOKAUK OOHAPYKECHBI Pa3pBIBEI
B rene MLL (11q23) u AF4 (4q21). [lpu causaun
o0Opa3oBaBmuXCs (bparmeHTOB o0Opazyrorcs
XHMEpPHBIC TeHBI. [IpHHATO CUUTATH, YTO XUMEPHBIH
red, cgopmupoBaBmmiics Ha xpomocome 11,
UIpaeT peIllaloulyl0 pojb B pa3BUTUU Jieliko3a. B
HacTosIIee BpeMs pa3paboTaHbI OYCHBb
qyBCTBUTEIIbHBIE MOJIEKYJISIPHBIE 30H/IBI,
ITIO3BOJIAOIINEC BBIABJIIATH MIPaKTUICCKU BCEC
MepPECTPONKH reHa MLL. Jleitko3bt c
TpaHcinokanued  t(4;11) wmm ¢ gpyrumm
TpaHCJIOKallusMU, B KOTOPBIX Y4acTBYET
XpOMOCOMHBIM  padioH 11g23 (res MLL),
XapaKTepPU3YIOTCS BBICOKHM  JICHKOIIUTO30M |
KpailHe HeONarompuaATHl B HPOTHOCTUYECKOM
OTHOUICHUH. Y B3POCIBIX IAIEHTOB MPOTHO3
MPaKTHYECKH TaKOH ke, Kak mpu Ph-tpaHcnokanumy,
y zeteil 1o roaa - emie Xyxe. Hauxyammuit nporuos
OTMEUYEH y MIIAJICHIIEB 1O ITIOJIYrofa, Y KOTOPBIX
OCTpHIH Neiiko3 mporekaer ¢ t(4;11). Tak, mequana
663peHI/II[I/IBHOFO TCUCHUSA MOHUTOPUHIA JICUCHUS,
HE SIBIISICTCS abCOIIOTHO HE3aBUCUMBIM
OUAaTHOCTHYECKUM  KputepueM. OH  JOIDKEH
MPUMEHATHCS B KOMILUIEKCE C APYTUMH KIMHHKO-
J1ab0paTOPHBIMU UccienoBaHusIMH [3,6].

BaXHOCTP  ITUTOTEHETHYECKON  HArHOCTHUKHU
OIyXoJIell TeMOINO3TUYECKOH TKaHW OO0YCIIOBJIEHA
crenu(pUUEcKUM M MPOTHOCTHYECKUM XapaKTepoM
psilga XpOMOCOMHBIX aHoMmMaymi. Crenududyeckuii
XapakTep LUTOMeHETUYECKUX aHOMAaJIMH O3Hayaer
MPEUMYILECTBEHHOE WIH a0CONIOTHOE COUYCTaHHE
AHOMAJIMH C OIPENCICHHBIM HMMYHO()EHOTHIIOM

OTMYyXOJIEBBIX KJIeTOK. Hampumep: t(9;22) —
a0COITIOTHBIN KpUTepuil XPOHUYECKOTO
MHEJI0JICHKO03a, t(15;17) — OCTPOTO

MpOMUENIONUTaApHOro Jeiko3a. Ha ceromHsmHun
JleHb Haunboyiee JOCTOBEPHOE MPOTHOCTHUYECKOE
3HAYCHUEC B OTHOIIICHUH KypaOelbHOCTH
(M3M€YMMOCTH) OCTPOTO JIEWKO3a WUMEIOT MMEHHO
IIUTOrCHCTUYCCKHUE aHOMAJIMH, JIeKAI[Ue B OCHOBC
OCTpPOTO JIEWKO3a M OTHOCSIIMECS K aHOMaJMsIM
OJIarompusTHOTO, TIPOMEKYTOIHOTO "
HEOJIaronmpusTHOTO MPOTHO3A.

auarHosa. llutoreneTnueckue aHOMaJIHH,
OOHapy>KEHHbIe IIPH OCTPBIX JIEHKO3aX, SBIIOTCA
OIHMM W3  CaMbIX  CWIBHBIX  HE3aBHCHUMBIX
MPOTHOCTUYECKUX (PakTOpoB. DTO BIMSET Ha BBHIOOP

JICUCHUA B KIIMHUYCCKHUX HUCIBITaHUSIX. Bee
XpOMOCOMBI MOTyT OBITH HaIlCJICHEI, 06HII/I€
XPOMOCOMHBIC aHOMaJInu SABIISAKOTCA

MTOBTOPSIONIUMUCS U MOTYT OBITh CBSI3aHBI C YETKO
ONpEeIeICHHBIM ~ [TUTOJIOTHYeckuM  TturomM. B 40%
CIy4aeB KapUOTHII SIBIISIETCS HOPMAJIBHBIM U JIOJDKCH
OBITH CBSI3aH C HCCIICIOBAHMSAMH MOJIEKYJISIPHON
OHOJIOTHH, KOTOpBIE MOTYT YTOYHUTH
nporHo3. [Tone3HocTs KapwoTumna OoJjiee OrpaHUYCHA
BO BpeMs TOCIICAYIOIETO HAOMIOCHHS 3a MAllMeHTOM
M3-32 €ro OTPaHHYEHHOW YYBCTBUTEIHHOCTH, HO OH
MO-TIPEXKHEMY TOJIe3€H MPH KIMHUYECKOM BEJICHUH
peuuauBa.
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