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NEPECTPOMKW XPOMOCOMbI 9
NMPU PA3JINYHbIX
FEMATOJIOTMMECKUX
HEOMJIASUAX

Yacmoma anomanuii xpomocomel 9y demeii ¢ eemamono-
euyeckumu Heonaasuamu cocmasuna 25/ 112 npu ocmpoii aum-
ghobaacmuoii aetikemuu (O, 10/83 — npu ocmpoii mueno-
udHoii aetikemuu (OMJI), 3/20 — npu muenoducnaacmuueckom
cundpome (MJIIC). Ilpu OJLJI deneyuu 6cmpeuanucsy uauje, uem
mpancrokayuu. Jleneyuu 8bIS6AAAUCy KAK 00UHOUHbIE AHOMA-
AUU, MAK U 8 COCMage CA0NCHbIX Kapuomunos. Yaue 6 nepe-
cmpoiikax npurnumanu yuacmue oucku 9q34 u 9q22. Tpancao-
kayus t (9;,22)(q34; q11) ecmpeuanacs 6 7,1 % cayuaes OJLII.
Ilpu OMJI mpanciokayuii 6vi10 Ooabute, uem Odeneyuil.
B cmpykmypHble nepecmpoiiku yauie 6064eKan0ch OAUHHOE
naeuo — ducku 9922 u 9q34. [lpu MJIC peeucmpupoeanucs de-
Aeyus, oynaukayus u mpauncaokayus. He eviseunru e3aumo-
C6A3U ¢ UHUYUANBHBIMU 2eMAMON0UMECKUMU NOKA3AMeNIMU,
eKarouas 6aacmos. [lposedennvie uccredosanus ceudemens-
CMEYHm 0 Pa3HOil HANPABACHHOCMU KAUHUYECK020 NPOCHO3A
6 meuenuu ocmpuix aeiikemuil npu deaeyusix. Ipu t (9;22)(q34;
q11) ommeuanu myabmumeOuKameHmo3Hy pe3ucmeHmHOCMb
u npopeccuio 3a601e6aHUS HA (POHE XUMUOMEPANULL.
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Beenenue. Heomnasnm KpoBeTBOPEHUSI OTHO-
cATCs K 3a00J1eBaHUSIM, AJIsl KOTOPBIX XapaKTepHa
KJIOHa/IbHAsl Tiposuepalius 3710KaueCTBEHHbBIX
KJIETOK CO 3HAYMTEJIbHOM MoTepeit CHOCOOHOCTH K
nuddepeHuupoke. [1posBiaeHne Kaxaoro 3abo-
JIeBaHMST 0OYCJIOBJIEHO CITIOCOOHOCTBIO JIEKEeMU-
YeCKUX KJIETOK 3aMelllaTh HOpMaibHble FeéMOITO-
3TUYECKUE KJIETKU KOCTHOTo Mo3ra. [lepecTpoiiku
JeBITOM mapbl xpoMocoMm (Xp9) omucaHbl MpU
pasHbIx TuMax octpoit nelikemun (OJI) u npu
XPOHUYECKUX MUeJonpoaudepaTuBHBIX 3a00J1e-
BaHMsIX. COBpeMEHHbIE IIMTOreHETUYECKHUe UC-
CJIEIOBaHMSI OITYyXOJIEBBIX KJIETOK MPU pa3TuUHbIX
HeoIIa3usIX KpOBETBOPEHUSI PeTUCTPUPYIOT pas3-
HOOOpa3HBIe TUITHI CTPYKTYPHBIX aHOMAJIHMi, KO-
TOpbIE 3aTParuBalOT Kak KOPOTKOE, TaK U JUIMHHOE
ieyo Xp9Y yenoBeka. K takum abeppaiysiM ot-
HOCSITCSI IeIelIy, MHBEPCUH, TpaHCIOKALUU, U30-
XpoMOcoMa JUIMHHOTO Tijieda. ToYku MojJIoOMOK Au-
CTaJIbHBIX JeJeii KOPOTKOTro Ijieya pacroJiara-
0TCcsl B nMarasoHe ot 9pll mo 9p24 u 3aperucrt-
PUPOBaHbI B OCHOBHOM ITpU OCTpoii Tumdobac-
tHoI iefikemuu (OJ1JT) [1, 2], a B [yIMHHOM IUTeue — B
muanasoHe oT 9921 10 9q34 1 BBISIBIISIFOTCS, Yallie Bee-
ro, TIpu OCTpoit MuesonaHoi Jeiikemuu (OMJI) B
4,5 % Kak caMOCTOSITEJIbHAsI aHOMAaIUs WM KaK
JIOTIOJTHUTEIbHAsT K TpaHcjaokauuu t(8;21)(q22;
q22), a TakKe TIpU MUCJIOAUCIUIACTUYECKOM CHHII-
pome (MJIC) [3, 4]. UnTepcTrLiMaabHEIC AeIeLINN
Mexay nuckamu 9q12q22 3aperucTpupoBaHbl pU
OMJI 1 6UpEeHOTUTTMIECKUX OCTPHIX JIEUKEMHUSIX
[5]. B nutepaTtype Takke OonmyOIMKOBaHbI €AMHNY-
HbIe HAOJIIOJIEHUS TOTEPU FEHETUYECKOTO MaTepU-
ana B jyiHHOM Tutede Xp9 rpu OJIJ1 [6] 1 KopoT-
koM Tiede nipu OMIJI [7]. TlepuueHTpuyeckue
WHBEPCUU U M30XPOMOCOMA IO JUIMHHOMY TLIevy
1(9)(q10) onucanbl Tonbko mipu OJIUJ [1], a Hanu-
yye JOMOJHUTEILHOTO Marepuajla HEeU3BECTHOTO
npoucxoxaeHust (add) sacdukcupoBaHO TIpu arn-
Jlactuyeckoit anemuu [8] 1 OMJI [9].

CoriacHO 0030py JIUTepaTypbl YACTOTA BbISIBJIE-
Hus aHoManuii ¢ ygdactueM Xp9 npu OJIJI cocraB-
nser 7—12 % [10]. Haubonee yacto BCTpedaroTcst
TPM TpaHCJIOKalMU ¢ BoBjeueHueM Xp9. [lepBas —
t(9;22)(q34; ql1) — BriepBbIe ObLIA OMKcaHa MPU
XpOHUYeCcKO muenouaHon jaeiikemuun (XMJI)
[11]. AHOMaMsI BOBHMKAET Ha YPOBHE IIJIIOPUIIO-
TEHTHOI CTBOJIOBOW KJIETKU U BBISIBJISIETCSI B 00-
nee 90 % cirydaeB 3TOM HEOIIa3WH IPHU OOBIMHOM
aHajm3e M hepeHIaTbHO OKpaIlIeHHBIX XPOMO-
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com [1]. B nerckom Bo3pacte nipu OJIJT u MJIC
3Ta MepecTpoiika BCTpeyaeTcsl MPUOIU3UTEIbHO
B 2—5 % caydaeB [12], a mpu OMJI — He npeBbI-
maet 1 % [13]. Crenyroleit ©3BeCTHOM TpaHCIO-
Kaumeit sBisietcs t(6;9)(p23; q34), KoTopast BbI-
sBsiercss ipy M2-, M4-OMIJI, u nposiBasieTcst
XapaKTepHbIMU OCOOEHHOCTSIMU MaTOJIOTMYECKOTO
TeMOor1033a, CBSI3aHHBIMU C JAU33PUTPONO330M U
Oazoduiueii. Abeppalivsi BOSHUKAeT Ha YPOBHE
MYJBTUIIOTEHTHOM CTBOJIOBOM KJIETKM, PErUCT-
pupyetcs puban3nTeabHo B 1 % meamatpudec-
kux OMJI, a takxke ommcanHa npu MJIC [1]. B
TpeTbeii TpaHcnokanuu t(9;11)(p22; q23) npuHuU-
MaeT yJacTue AUCK KOPOTKoro Iieda 9p22. AHo-
MaJIusl BOBHUKAET TakKKe Ha YpOBHE MYJIBTUIIO-
TEHTHOW CTBOJIOBOI KJIETKW W BBISIBISIETCSI MPU
pasmmuHbiXx THnax OMJI B 6—8 %, pexe — mpu
OJIJI n Bropmunbix OMJI [13, 14]. Bce aTi TpaHc-
JIOKAllUM MMEIOT OJHO3HAYHO HEeOJAromnpusiTHOE
MPOrHOCTUYECKOE 3HAaUeHNe, 00YCIOBIEHHOE BbI-
COKHUM PUCKOM pepaKTepHOCTU K XMMUOTEpanun
(XT) u nporpeccueit pouecca. Kpome oxapak-
TepU30BAaHHBIX TPAHCJIOKAIMIA, OMMCAHO HEMaJo
JIPYTUX, HO OHU BCTpevaroTcs oueHb peako. K unc-
JIOBBIM aHOMAJIUSIM MOXKHO OTHECTH TPHUCOMMIO
Xp9, kotopas onucana npu OMIJI [9], monuuure-
muu rubra vera [1], XxpoHUUECKUX MUeTONpoande-
paTUBHBIX 3a00eBaHusIX [15].

ITpun OMJI Bce XpOMOCOMHbIE aHOMAaJIMU 110
BPEMEHU BO3HUKHOBEHMSI TTOAPA3ACISIIOT Ha TIep-
BUYHbBIC U BTOpUYHBIE. [TepBUYHBIC XPOMOCOMHBIE
abeppalliM 4YacTO BBISIBJISIIOTCS KaK OJWHOYHbBIC
KapUOTUITUYECKUE aHOMAaJUU, KOTOpPbIe CIELU-
(GUYHO acCOLMUPOBAHBI ¢ OTHUM 13 TUIIoB OMJI
U, TPEANOI0XUTEIbHO, UTPAIOT CYIIECTBEHHYIO
POJIb HA paHHUX CTaAusIX Jieliko3oreHesa. [lepBuy-
HbIe abeppallii YacTo BBISIBJISIIOTCS KaK cOalaHCH -
pPOBaHHBIE TIEPECTPOMKU B BUIE PELUITPOKHBIX
TpaHCJIOKALMi, UHBEpCU U MHcepLuuii. Bropuy-
HbIe XPOMOCOMHBIE aHOMAJIMU OYEHb PEIKO WU
HUKOTIJA He BCTPEYAIOTCS] CaMOCTOSITEJIbHO U, Be-
POSITHO, UTPAIOT BAXKHYIO POJIb B MPOIrpeccuu 3a00-
neBaHusl. OHU MeHee crieUM(PUUHBI, YeM TIepBUY-
HbIE IepecTpoiiku [ 16]. BropuuHbie XxpoOMOCOMHBIE
aHOMAJIMM BBISIBJISIIOTCS B BUAE TPUCOMMI, MO-
HOCOMM, Aenenuii, nzoxpomocoM [17]. K takum
BTOPUYHBIM aHOMAJUSIM OTHOCSTCS OeJielnu
nHHOoro 1ieda Xp9 [18].

CoBpeMeHHbIE MOJIEKYJISIPHO-TeHETUUECKUE
KCCJIeIOBAaHMS JISMKO30TeHe3a IToKa3aiu, 4YTo MPU-
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YUHOW BO3HMKHOBEHUSI HEOIUIa3uu TpU IoTepe
TeHEeTUYECKOTo MaTepyrasia B BUIE A1l 1 MOHO-
COMMUI1 BO3MOXHa MOTePsi FTeHOB, KOTOPbIE MOAaB-
JISTIOT POCT OITYXOJIW, a B pe3y/IkTaTe TpaHCIOKaIMi
o0pazyroTcst XxumepHsble reHsl [ 13, 19]. Tak, B nucke
9p11 xkaptupoBano RAX5 [20], B aucke 9p21 — ren
pl6 (omyxonecymnpeccupymoiiuit) [21], B mucke
9p22 — ren AF9 [22], B miuHHOM Iuteue 9q34 —
CAN, BCR u TAL2 [12,13].

OTHOCUTEBLHO IPOTHOCTUYECKOTO 3HAUCHMS
JeJelMii IJIMHHOTO Tieya Xp9 CylIecTBYIOT pas-
Hble MHTEPIIPETallMU, HO OOJIBIITMHCTBO OHKOJIO-
TMYECKUX UCCIEI0BATEIBCKIX TPYIIIT OTHOCST UX K
muToreHeTnyeckoi rpyrme OJIJI BEICOKOTo pucka
[23—26]. lemeunn Kak caMOCTOSITeTbHbIE aHOMa-
Jun ipu OMUJI Takzke CUMTaroT HeOJIarornpusITHbIM
npu3HakoM [3, 27].

MarepuaJjisl 1 MeToabl. McciienoBaHus IpoBO-
TIAJTU B OTACJIEHUM TTPOOJIEM TeMaTOIOTUU IETCKO-
ro Bo3pacta MHCTUTYTa reMaTojIoTuu 1 TpaHcdy-
3uojorun AMH YkpauHsl Ha npotskeHun 1993—
1996 1 2003—2007 rr. Kaprotnn aHaaIu3upoBaIn
B JeIKEMMUYECKHUX KJIEeTKaX TelmapuHU3UPOBaAaHHO-
ro KOCTHOTO MO3Tra J0 Hayajia MporpaMMHOI Xu-
MMOTEpATUY I BO BpeMs peruanBa. [larmeHTo
MPOXOINUJIN JIUEHUE Ha KIIMHWYeCKOU 0a3e LleHT-
pa AeTCKO OHKOTEMAaTOJIOTUHY U TPAHCTUIAHTALIUU
koctHoro mo3ra YICb «OXMAT JUT», a Takke
B JETCKOM OHKOTI'€MAaTOJOTUYECKOM OTIEICHUM
KueBckoro ob1actHoro onkonucrancepa. Oocie-
noBaHo 195 maumentoB ¢ OJI u 20 — ¢ MIC.

AHanM3 KapuoTuna JeHKeMHUECKHUX KJIETOK
okasajl CTpYKTYypHble aHOMaJIuK Xp9 y 25 nauu-
€HTOB C pa3HBIMU 110 UMMYHHBIM MapKepaM IO/~
tunnamu OJIJI (I rpynma), y 10 mauuenToB ¢ OMJI
(II rpynma), y 3 nanmentoB ¢ MJIC (111 rpynma).
Cpenn obcnenoBanHbIX B | rpymme 6buto 16 1eBo-
yek 1 9 MajapbuukoB, Bo II — 5 geBouek u 5 mMaib-
yrkoB, B III — 1 neBouka u 2 manburka. Bo3pact
MaleHTOB BO BCEX IPYyIIaxX MMeJ OOJIbIION aua-
na3oH u coctaBu misd I rpynnsl ot 2,2 mo 18 e,
st 1 rpynimier — ot 1,3 mo 16,4 net, as 111 rpyn-
el — ot 11,9 no 15,7 ner.

7151 TUTOTeHeTUIECKUX MCCIIEIOBAHMI POBO-
AN KyJIBTUBUPOBAHNE CYCIIEH3UU JeKeMMUUec-
KHUX KJIETOK KOCTHOTO MO3Ta Ha MPOTSKEHUUN
24 vnu 48 u B utarenbHOM cpene RPMI-1640 ¢
nobasiaeHueM 20%-Hoit S5MOPUOHAIBHOM TeJsI-
YbEH CBIBOPOTKHU, NIEHULMJUIMHA U CTPENITOMULIM -
Ha. [IpenapaTbl MeTaa3HbIX XpOMOCOM IT'OTOBUIN
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o o0uIenpuHITON MeTonuke [1] u okpaluuBanu
Ha G-pucku (GTG-meton). BoisiBieHHBIE XpO-
MOCOMHBIE aHOMAaJIUM OIMCHIBAIM B COOTBETCT-
Buu ¢ HomeHkJatypoit ISCN 1995 [28]. Hanuuue
XPOMOCOMHBIX aHOMaJIMii B JIEHKEeMUYECKOM
KJIOHE TIOATBEPXKIAJIW TIPU YCJIOBWU, KOTHA IIBE
uu 6osee MeTadasHbIX KJIETOK UMEIN UIEHTUY-
HBIe aHOMAJIMW WJIN JOTTOJIHUTEIBHBIE XPOMOCO-
MBI, a TaKKe KOTha TpU WM 6osiee MeTadasHbIX
KJIETOK MMETN WACHTUIHbIe MoHocomuu. Hop-
MaJbHBIM KJIOH CYWTaJIM B TOM ciydae, Koraa
He MeHee 4yeM B 20 MpoaHaJIuM3UPOBaHHBLIX U B
10 XKapMOTUITMPOBAHHBIX KJIETKAX HE OBLIO BBISIB-
JIEHO XPOMOCOMHBIX aHOMAJIMIA.

Pesynbratbl uccienoBaHuii u ux o0CyxIeHue.
B I rpynmy 06Ut oTHeceHs! 25 (22,3 %) n3 112
MaIMeHTOB, Y KOTOPBIX OBUT YCTAaHOBJICH IMArHO3
OJIJI. Cnenyet mOg4epKHYTh, YTO B HAIIIMX MCCIIC-
JOBAHUSIX YaCTOTA BBISIBIICHUST aHOMAIMiA Xp9 ObLTa
TOYTH B IBa pasa BHIIIE 0 CPaBHEHUIO C JaHHBI-
MM, KOTOpBIC TIPUBOAATCS B IUTepaType. B aToit
TpyIITe THALIMATbHBIE TeMaTOIOTMIeCKIe TIOKa3a-
TEJIM COCTABUJIN: KOJTMIECTBO JICMKOIIUTOB B TICPH-
deprueckoit kposu — ot 0,4:10° go 290,0-10°/m,
conmepxxaHue remorsioonHa — ot 36 jgo 100 r/n1 u
sputporutoB — ot 1,510 10 3,810/, comep-
KaHue TpombouutoB — ot 3,0-10° 10 189,0-10°/11.
OTHOCUTEIbHOE KOJTMYECTBO OJJACTHBIX KJIETOK B
nepudepuueckoil KpoBu koJiedbanoch ot 0 10
100,0 %, B koctHOM MO3Te — OT 49,0 1o 100,0 %.
DKcTpaMeayIsIpHbIC JISHKeMUIeCKIe TTOPaKeHUS
TIeYeHU 1 CeJIe3¢HKH BBISIBJICHBI Y IBYX TTAIIMCHTOB.

B I rpynme y 13 naiueHTOB ObLT yCTaHOBJIEH
Comm-umMmyHodeHoTUn aumdobdaactoB (1 ciay-
yaii — ¢ koakcrpeccueit CD33, 1 ciyyaii — ¢ Ko-
akcnpeccueit CD33 u CD13), y nBoux — proB-
(1 cayvait — ¢ koskcnpeccueit CD7), y yeTbipex —
preB-, y omnoro — B-OJIJI, y nBoux — preT-, y
tpoux — T-OJIJI (Tabnuia).

Pe3ymbraThl IUTOTEHETUYECKIX UCCITETOBAHIIA
TOKa3aJIy, YTo HanboJIee YacToi aHOMaJnelt Oblia
notepsl TeHeTmdyeckoro marepuana (14 ciaydaes).
JWcKu, TI0 KOTOPBIM PErrCcTprpoBaiach MOTEpS,
pacCITOJIOXKEHBI B KOPOTKOM U IJTMHHOM TLTeYax
Xp9, B 4aCTHOCTH IO AUCKY 9q22 oT™Meuanu 6 ciy-
yaeB. MIHTepeceH (hbakT, YTO B JIUTEPATYPHBIX UC-
TOYHHMKAX MHTePCTUITNATBHAS IeJIeIINsT ObLIa OTH-
caHa Tosibko ripu OMIJI. Tlo nucky 9q34 nenenuu
3a(bMKCHUPOBaHBI B 3 ciiydasix. B KopoTkoM Tieue
Jenenuu 3aTparuBaid aucku 9p21 u 9p22 (2 u 3
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cJlydasi COOTBeTCTBeHHO). [IpeacTasisieT HaydHbII
WHTEpeC 3aperucCTPUPOBAHHOE HAaMM TOSIBICHUE
Jefelluu B JUIMHHOM Iuiedye 9q22 B pesyibraTe
BBOJIIOLIMU OIYyXOJIEBOIO KJIOHA €llle Ha MOMEHT
rnocraHoBKu auarHo3a (Ne 10).

Crienyronieit mo yacToTe aHOMaJlieil OTMEUEHbI
peLUnpoKHbIe TpaHciaokauuu — 10 ciaydyaeB, u3
Hux t(9;22)(q34; ql1) — 8 HabnOACHUIA, B UKUCIIE
KOTOPBIX mpeobiagany OJacTHbIe KJAETKU u3 B-
JIMHEWHBIX TIPEIIICCTBEHHUKOB, YTO COCTABHWIIO
7,1 % Bcex TIpoaHAIN3NPOBAHHBIX UCCIIEIOBaHWIA
OJIJI. Hanuuue B kapuotune t(9;22) onpenensieTcst
KaK KPUTUYHO HeOIaroNpUsITHBIN POTHOCTIYEC-
KWl MPU3HAK C BBICOKOM 4YacTOTOil pedpakrTep-
HOCTHU K XUMHUOTEpAIINH 1, KaK pe3yJbTaT, TaKUM
MalyeHTaM IoKa3aHa TpaHCIUIaHTalUsI KOCTHOTO
mo3ra [3]. B Hamux ucciaenoBaHusX 3apUKCUPO-
BaHO TaKXXe IO OMHOMY CJIyyar TpaHCJIOKaluii
t(1;9)(q23; p13) mpu Comm-OJIJT u t(9;11)(p22;
q23) nipu proB-OJIJI. Takum o6pa3zom, Haubosee
AKTUBHO B TIEPECTPOUKH B BUJIE IEJICIII U TpaH-
cloKalluii BoBiekajics AucK 9q34. AHomanuu
Xp9 BBISIBJSIMCH B 9 Cllydasix CIOXHBIX Kapuo-
tunoB (Ne 4, 7, 8, 10, 14, 20, 23-25).

AHaU3 MpeACTaBICHHBIX Pe3ybTaToOB MOKa-
3aJ1, YTO AEBOYEK ObLIO MOYTH BABOE OOJIbIIIE, YEM
manbuukoB (1 : 1,8), cpenu moarumnor OJIJI mipe-
obnananu B-1uHelHbIe U3 paHHUX TTPEIIIEeCTBEH-
HukoB (20 u3 25 ciyyaeB), a t(9;22) vaie BcTpe-
yajach B ImyOepTaTHOM Bo3pacte. B pesysbrare
craHgapTuzoBaHHo# Teparmy OJIJI u3 25 GoJIbHBIX
JOCTUINIM KOMIUTEKCHOM pemuccuu 11 manmeH-
TOB, TIpUYeM Yy 6 OTMETUJIM HaJIM4YWe ITOJITOCPOY-
HBIX pemuccuii 0osee Ty JeT. B 12 ciryyasix 3ape-
THCTPUPOBAHBI JIETATbHBIE UCXOIbI, B YACTHOCTH,
BCJIEJICTBUE MTPOrpeccru 3a0ojieBaHus — 7 Cllydyaes,
a TaKXKe OT TOKCUYECKUX M MHMEKIIMOHHBIX OC-
JIOXXHeHU# (cericuc, OakTepualbHO-MUKOTUYEC-
Kue TopaXkeHUsl, HapylIeHUSI MO3TOBOTO KPOBO-
oOpallieHus, OCTpasi cepAeyHasi HeI0CTaTOYHOCTb,
renaTuThbl) Ha (POHE XMMUOTEPAIINHU.

11 rpyrimy nipencrapisum 10 mampenTtos (12,0 %)
u3 83 3a00J1eBIINX, Y KOTOPBIX ObLIa AUarHOCTU-
poBana OMJI. B sToii rpyniie MHULIMAJbHBIE T'e-
MaToJIOTUYeCKUE TOoKa3aTeIM COCTABUJIN: KOJIM-
YeCTBO JICMKOLMTOB B IIMPOKUX Mpeaeaax —
ot 8,8:10° mo 92,0-10°/1, KOJIMYECTBO SPUTPOIIN-
ToB — oT 1,34:10" n03,61-10"*/11, ypoBeHb TeMO-
riobuHa B mpeaenax 44—121 r/n, comepxkaHue
TPOMOOLIMTOB Takke ¢ OOJBIINM pacripeneeHu-
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KapﬂOTﬂl'lbl JieiiKeMHYeCKHX KJIeTOK KOCTHOr0 MO3ra IPHA PA3TIUYHBIX FeMATOJIOTHYECCKUX HEOIIA3uAX

BapuaHt 3a00s1eBaHMsT Bospacr/mon Kapuorumn PesysbTar JieueHust
OJI1
Comm /L2 5,1/m 46,XY,t(9;22)(q34;q11)[5]/4n%,t(9;22) 1-51 KOMITJIEKCHAsT pEMUCCUST
(q34;q11)x2[5]/46,XY[8] 8 Mec, 1ol HabJTIoIeHEM
Comm /L1 14,5/m 46,XY,1(9;22)(q34;q11)[12] 1-51 KOMIUIEKCHAS PEMUCCHS
3 roaa, moj HabJIOAeHUEM
Comm 18,0/m 46,XY,1(9;22)(q34;q11)[17]/4nt[4] IMepBuyHbIi «non-responder,
JIETAJIbHBINA UCXO[T
Comm /L2 4,9/x 46,XX,del(6)(q21)[2]/46,XX,t(9;22) [MepBuyHbIi «non-responder,
(q34;q11),t(16;17)(p11;q11),+mar[2] JeTAIbHbII HCXO/L
Comm 6,1/% 45,XX,der(1)t(1;9)(q23;p13)[12] JleTanbHblii ncxon B 1-it
KOMILJIEKCHOI peMUCCUU Ha
MOAEeP>KUBAIOIIEH Teparuu oT
MHGEKIIMOHHBIX OCIOXKHEHUI
Comm 14,6/x 46,XX,del(9)(p21),del(12)(p12-13)[5] OTKa3 oT Tepanuu
Comm 3,7/m 50,XY,+5,del(9)(p22),+11,+del(11) 1-51 KOMITJIEKCHas pEMUCCUST
(q23),del(17)(p13),+21[12]/4n=%[2] 9 Mec, moJ HabIIOIEHEM
Comm 11,7/x 51-54,XX,+X,del(1)(q31),+4,+5,+8, 1-5s1 KOMIIJIEKCHasl peMucCcus
del(9)(p22),+der(11),+13,+13,+14, 7 Mec, 1O/l HAOIIOIEHUEM
+16,+17,+21,+22(cp6)/46,XX[12]
Comm 15,0/x 46,XX,del(9)(q22),t(10;11)(p13; JleTanbHbIil UCXOJ OT IPOrpec-
ql4),inv(16)(p13g22),+mar[16] cuu Ha XT
Comm/ L1 4,5/% 59,XX,+4,+5,+6,+7,+13,+13,+14, JletanpHblit MCXO[ OT IIpOrpec-
+14,+15,+15,+17,+22,+mar[23]/59, cuu Ha XT
idem,del(9)(q22)[3]
Comm 2,2/% 46,XX,del(9)(q34)[2] 1-1 KOMILJIEKCHAsI PEMUCCUS
4 mec, o HaOIIOAEHUEM
Comm CD33+ 15,2/x 46,XX,1(9;22)(q34;q11)[4] JleTanbHblii ucxon B 1-i
KOMILIEKCHOI peMUCCUU OT
KapAUOTOKCUYECKUX OCIOXK-
HEHMI1 B TeYeHHME OTHOIO roja
Comm CD33+, CD13+ 12,1/m 46,XY,del(9)(q22)[8] JleTanbHblii ucxon B 1-i
KOMILIEKCHOI peMUCCUU OT
rernatuTa B TeYeHUEe OTHOTO
rozma
ProB L1/L2 18,0/x  46-48,XX,+5,del(9)(q12922),del(11) Jleranbhblii ncxon B 1-it
(q21),-18,+21(cp6)/4n= [3] KOMILJIEKCHOM PEMUCCUU Ha
XT oT MHEKIMOHHBIX
OCJIOXKHEHUI
ProB CD7+ 0,3/x 46,XX,1(9;11)(p22;q23)[3]/46,XX [26] JletanbHblii ucxon B 1-ii
KOMILJIEKCHOI peMUCCUU Ha
XT oT MHMEKIMOHHBIX
OCJIOXKHEHUI
PreB 10,4/x 46,XX,t(9;22)(q34;q11)[11]/4n= [4] IMepBuuHbIii «non-responder»,
JIETAJIbHBINA UCXO[T
PreB 12,8/% 46,XX,1(9;22)(q34:q11)[20] IMepBuuHkbIii «non-responder»,
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JIeTaJbHbIA UCXO
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IIpodonscenue mabauybl

BapuaHnt 3aboneBaHus Bospacr/mon Kapuorun PesynbTar neyeHus
PreB 2,2/m 46,XY,del(9)(q34),i(14)(q10)[3]/46,XY[14] 1-51 KOMITTIEKCHAsT peMUCCUST
10 ner
PreB 2,9/x% 46,XX,del(9)(q34)[5]/4n%[4]/46,XX [9] 1-51 KOMIIJIEKCHAsT peMUCCHs
9 ner
B 5,4/m 46,XY,t(6;11)(q27;q23),del(9)(p22) 1-51 KOMIIJIEKCHAst peMUCCHst
[15]/4n% [2] 10 et
PreT 14,0/x 46,XX,del(9)(p21) 1-51 KOMITJIEKCHAsI pEMUCCUS
11 net
PreT 7,5/x 46,XY,del(9)(q22) [To3nHMiT KOCTHO-MO3roBOM
peruauB yepes 3 rojia
T 15,0/m 46,XY,i(9)(q10)[3]/45,XY,idem,del(6) 1-51 KOMITTIEKCHAsT peMUCCUST
(q24),-17[3]/45,XY,idem,del(6)(q24), 11 ner
t(11;19)(q23;p13),-17[2]
T 6,1/m 46,XY,del(7)(q35),t(9;22)(q34;q11)[9]/4nt [3] JleranbHbrii ucxon B 1-it
KOMITJIEKCHOW PEMUCCHM Ha
XT oT nH(pEKIMOHHBIX
OCJIOXKHEHUN
T 5,5/x 46,XX,del(9)(q22),t(11;14)(p13;q11) [11] 1-51 KOMITJIEKCHASI pEMUCCHST
11 ner
OMJI
M1 13,2/x 46,XX,t(9;22)(q34;q11) [8] JleranbHbiit cxon B 1-it
KOMIUTEKCHOM peMUCCUr
nocsie ano-TKM ot
MHGEKIIMOHHBIX OCIIOXXKHEHUI
M2 16,4/x 46,XX,t(9;14)(q34;q11)[4]/4n=£[3]/46,XX [21] JleTaabHBI UCXOI B KOCTHO-
mo3roBoii pemuccuun Ha XT or
MHGEKIIMOHHO-TeMOpparu-
YECKUX OCIOXHEHUN
M2 15,1/m 44-47,XY,del(9)(q22),+14,+15,+16, +18,- TTepBUYHEBII «non-respon
21(cp9) der», JIeTaIbHBIN UCXOIT
M2 1 1,0/)1( 46,)O(,t(8,21)(q22,q1 1),del(9)(q22)[9] JleTaabHBIU MCXOJI Ha XT ot
MHGEKIIMOHHBIX OCIIOXKHEHUI
M2 1L,9/m  47,XY,+9[2]/47,idem,del(11)(q21923)[3]/46,X | -4 kommnekcHas pemuccust
Y[6] 10 ner
M4 8,8/m 46,XY,dup(3)(q21926)[6]/46,idem, 1 -5 KOMIIZIEKCHAST PEMUCCHST
del(9)(q22)[3]/4n%[5]/46,XY[8] 2 rona 2 Mec
M6 6,8, 46,XX,del(9)(q22)[9] 1-51 KOMITJIEKCHA peMUCCHUSs
3 rona 6 mec
M7 2,2/M 46,XY,t(9;13)(p11;q11),del(12)(p12) JleTabHbIA UCXO[ B TTPO-
[12]/46,idem,del(11)(p14),del(21) rpeccun
(a22)[2]/4n=£[4]
M7 1,3/x 48-56,XX,+2,+4,+5,+6,+8,+10, PanHuit KOCTHO-MO3roBOM
t(9;11)(p22;923),+18,+19,+21,+mar pELMANB, JIETAJIbHBINA UCXOI B
(cp9)/4nt[5] MPOrpeccun
M7pelr 46,XX,t(9;11)(p22;q23)[4]/4nx][7]/46,XX][13]
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Oxonuanue mabauubl
Bapuant 3a601eBaHus Bospacr/mion Kapuotun PesysibTar JieueHus
oIl 13,7/m 46,XY,t(9;22)(q34;q11)[19]/4n%,t(9;22)(q34;  2-51 KOCTHO-MO3roBast
ql1)x2 [4] pemuccust iociie I TKM,
JIETAJIbHBIN UCXOM OT TOKCUKO-
MHMEKIMOHHBIX OCIOKHEHUI
MJIC
PA 11,9/x 46,XX,t(9;22)(q34;q11)[4] JletanbHbIi ucxom OT MH(MEK-
LIMOHHBIX OCJIOXKHEHMI Ha
UMMYHOCYIIPECCUBHOM Te-
panuu
PA 12,5/m 46,XY,del(9)(p22)[3]/ 46,XY[6] Bri6bLT M3-110A HAOMIOACHUS
PA 15,7/m 46,XY,der(9)dup(9)(q33q34)[6]/46,XY,del(12) BbiObLT U3-1101 HAGTIOACHUS

(p12)[5]/4n£[2]/46,XY[7]

eM — ot 3,2:10° no 154,0-10°/1. biacro3 B nepe-
depuueckoii KpoBu Kosebdasncs ot 25 1o 78 %, B
KOCTHOM Mo3re — ot 45,0 1o 90,0 %. Bce nuar-
HO3b1 OMJI ObLIM TIpeACTaBICHBI CIIEAYIOIIMMU
DAB-Tunamu: ogud — M1,4 - M2,1 - M4, 1 —
M6, 2 — M7, 1 — rubpuanas neitkemust (OIJT).

HauGosnee 4acThIM THIIOM TIEpeCTpOeK TeHe-
TYecKoro mMarepuaia Bo Il rpynme Obuiy penumn-
POKHBIE TpaHCIIOKaIKM — 6 cirydaeB. B TpaHcio-
KausxX yYalle TpUHUMAaN ydJacThe aucK 9q34
(3 ciygast), mpu 3TOM mapTHepaMu oOMeHa ObLIN
mucku 11923, 14qll, 22qll. IToreps reHeTnyec-
KOTO MaTepuaja BCTpedayiach B 4 clydasx, MCK-
JIIOYUTETBHO MO Aucky 9922. B onHOM KapuoTu-
TIe YIIOMSTHYTasI aHOMAaJIHS TIOSIBJISITIaCh BO BpeMst
SBOJTIONNY JIefiKeMudecKoro KioHa (Ne 6).

BHumaHme nipuBneKaeT GhakT yABOSHUS TPaHC-
Jiokauuu t(9;22) B OKOJIOTETPArUIONAHOM KJIOHE B
IIBYX CIy4Jastx ¢ MO3anmYHbBIM KaprotutioM (Comm-
OJUUI u M1-OMJI). B nutepatype UMEIOTCSI eau-
HUYHBIE CCbLIKM 0 TakuX Haxoakax mpu OMJI [29].
Ha namr B3, BO3MOXHO, 3TO CBSI3aHO C SHIO-
penyTIMKAIIME YIJIM TTOTTBITKOM KOMITEHCHPOBATh
ITOBPEKIEHHBIE TEHBI.

Bo Il rpyniie B pe3yJibTare cTaHIapTU30BaHHOM
XUMMOTEPAITNH KOMIUTEKCHAsI peMUccrs Oblia 10-
CTUTHYTa y 3 TIAIIMEHTOB, JIETAJIbHbIE MCXOABI Ha
¢oHe xuMmoTepanuu — B 7 Clydasix, IIpU 3TOM
OT TIPOTPECCUU TpoIiecca — 6 CIydJaes.

B rpynny nmauuentos ¢ MJIC Obl1M BKIIOYE-
HBl 3 manmedTa B coorBeTcTBrn ¢ PAB-Kkiaccu-
duxauueit — pedpaxrepHast anemus (PA). Tema-
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TOJIOTUUECKME MOoKa3aTeJu y 3TUX MallMEHTOB Ha
BpeMsI TTIOCTAHOBKY JMArHO3a COCTaBUJIN: KOJMYEC-
TBO JieikouuToB — oT 2,2-10° mo 5,3-10°/71, conep-
SKaHKe DPUTPOLIUTOB — OT 2,25-10" o 3,18:10'%/n,
YPOBEHb TeMOTJIO0MHA ObLT CHUXKEH B Ipeaenax
45—85 /1, comepxxaHue TPOMOOLMUTOB KoJjeba-
nock ot 16,0-10° mo 300,0-10°/1. Heobxommumo
MOTYEPKHYTh, YTO OCOOEHHOCTHIO IrpyIiIbl PA ObI-
JIO pa3HOOOPAa3ue TUTIOB MEePeCTPOEK FeHETUYECKO-
ro MaTepuasa: coaJaHCUpOBaHHAs TPAHCIOKALIUS
1(9;22)(q34; q11), nucranabHas AeJaeuusi KOPOTKOTO
mieva del (9q22—qter) u psiMasi IyTJIMKALUST B
nmuHHOM Tutede dup (9)(q33q34).

BoiBogpl. O000IIas NpUBEACHHBIE TaHHEBIE,
MOHO 3aKJIFOUUTh, UTO aHOMAJIUU XpY B HACTO-
SIIUX MCCIEIOBAHUSIX BBISBISIMCH 4Yalle, 4yeM
CBUIIETEJILCTBYIOT JIMTEpATypHbIE CChLIKU. OTMe-
YeH 1IeNbII psi CTPYKTYPHBIX MEPECTpoOeK B BUAC
Jieneluii, TpaHCIOKauii, N30XpOMOCOMBI JIJTMH-
HOTO I1eya, JyTJIMKAYs U KOJTUYeCTBEHHAsT aHO-
manusg — tpucomus. Ilpu OJIJI HanbGojee 4acTo
B XPOMOCOMHBIE TIEPECTPOIKI BOBJIEKAIOCH JUTMH-
Hoe Ttuieyo: aucku 9q34 (11 caywaeB) u 9q22
(6 ciygaeB). [loTepst TeHeTMYECKOrO MaTepuayia B
KOPOTKOM U JUIMHHOM TIjIeuax BBISIBJISLIACH Yallle,
yeM TpaHcjaokauu (14 npotus 10 ciyuaeB). Ha-
JINYKE CAMOCTOSITEJIbHBIX ACJCLUI B TIATU HAOJI0-
JIEHUSIX, TI0 HallleMy MHEHUIO, MOXKET CBUACTC/Ib-
CTBOBaTh O TOTEpPE OIyXOJeCYPEeCCUPYIOLINX Te-
HOB B npouecce Jeiiko3zoreHeza OJIJI. B ciayyasix
MNOSIBJIEHUSI JIeJIEUMIA M TpaHCJOKALUUM OJIHOBpPE-
MEHHO 1IeJIECO00pa3HO paccMaTpUBaTh MOTEPIO Te-
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HETUYECKOr0 MaTepHrala KaK BTOPUIHOE M3MEHe-
HMe B Kapuotuire. Heo6xoammo mom4epKHyTh, 9TO
yacToTa BbisiBieHus t(9;22)(q34; q11) B Hamumx vc-
CJIeIOBaHMSIX ObLIA BBIIIE TI0 CPaBHEHWIO TaHHBIMU
apyrux uccaenosateneir (7,1 % npotus 2—5 %).
Kpome Toro, t(9;22) Habato1a1ach HAMU B BO3pac-
THOM acIieKTe B OOJBIIMHCTBE CIyJ4acB MMCHHO B
mmyoepratHoM Boapacte. [Ipu OMIJI B cTpyKTyp-
HBIC TICPECTPOIKHM Yallle BOBJIEKAIOCh TAKKE JTHH-
Hoe T1e4o Xp9, a uMeHHO: 4 ciydast ¢ 9q22 u 3 —
¢ 9934, 4TO XapaKTepHO IS MUECJIOMIHBIX JICHKe-
muii. [Tpu MJIC aHoMannu HOCWIM pa3HOOOpa3-
HBIN XapakTep — AeJIelus, AyTUTAKAINST U TpaHC-
Jokamus. Pe3ynbratel, KOTOpBIE MBI TTOJNYYIIIIH,
COBITANAIOT C JINTEPATYPHBIMM WCTOYHUKAMHU B
TOM, YTO TI€PECTPOMKN B KOPOTKOM U TMHHOM
mwiedax Xp9 ABISTIOTCA KPUTUISCKUMHU C TOYKH
3peHUs] X YUaCTHs B ITATOreHe3e HeoIIa3uii Kpo-
BETBOPEHUSI, HEKOTOPbIE U3 HIUX BOCITPOM3BOASITCS
Ha YPOBHE TITIOPUIIOTCHTHOM CTBOJIOBOM KIICTKM.
Kak 0coGeHHOCTD cJIeyeT OTMETHUTh JBa CIIydasi ¢
OKOJIOTETPAITIONTHBIMU KIIOHAMU, B KOTOPBIX yIa-
Joch muddepeHIMPoBaTh YIBOCHUE TpaHCIOKa-
mun t (9;22)(q34; ql1). Takas nHpopmaLms 0O4eHb
PEIKO TIPUCYTCTBYET B ITyOJTMKAITUSIX.

OTHOCUTEIBHO MTPOTHOCTUYECKOTO 3HAYCHUSI
CaMOCTOSITCIBHBIX Jeielinii Xp9 moiroe BpeMs
BeleTCs HaydHasl JAUCKyccusi. B GonbImMHCTBe
MCCIIeIOBATETbCKIX KITMHUYECKUX TPYITI UX CUM-
TalOT NIPU3HAKaMU He0IaronpusTHOTO IMPOTrHO3a.
[ToyyeHHBIE B Halllelt paboTe pe3yIBTaThl Kapho-
TUMUPOBAHUSI CBUICTEIBCTBYIOT O JOCTATOYHO
Pa3HOTUTAHOBBIX 3HAYCHMSX JEJICINii KOPOTKOTO
Y JUIMHHOTO TIied Xp9 B OlLIEHKE IMPOTHO3a OCT-
phix Jeiikemuii. B ciyuasx ¢ t1(9;22)(q34; ql1) or-
MeYaJl MYJIBTHIIEKaPCTBEHHYIO PE3UCTEHTHOCTh
U Mporpeccuio Ha (DOHE XMMUOTEePAITUH.

S.V. Andreyeva, V.D. Drozdova,
E.V. Ponochevna, N.V. Kavardakova

REARRANGEMENTS OF CHROMOSOMA 9
IN DIFFERENT HEMATOLOGICAL NEOPLASIA

The frequencies of chromosome 9 abnormalities in
children with hematological neoplasia have constituted:
25/112 in acute lymphoblastic leukemia (ALL), 10/83 — in
acute myeloid leukemia (AML), 3/20 — in refractory ane-
mia (RA). The frequency of deletions was higher than of
translocations in ALL. Deletions were found as sole abnor-
malities as in complexity karyotypes. More often the rear-
rangements affected bands 9q34 and 9q22. Translocation t
(9;22)(q34; q11) occured in 7,1 % cases ALL. In AML the
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translocations were detected with greater frequency than
deletions. The long arm bands 9q22 and 9q34 were more
often involved in structural rearrangements. Deletions,
translocations and duplications were registered in MDS.
Comparison with clinical features showed no correlation
with age and the main hematological indexes including the
amount of blast cells in initial period. Multidrug resistance
and disease progression during chemotherapy were noted
int (9;22).

C.B. Andpecsa, B.JI. Jlpo3dosa,
O.B. Ilonoyeena, H.B. Kasapoakosa

NEPEBYJOBU XPOMOCOMMU 9 ITPU PISHUX
TEMATOJIOTTYHHUX HEOIIJIA3IAX

Yacrora aHoMmalliii XxpoMocoMmu 9y iTeil 3 reMarosio-
TYHUMM HeoIuIazisiMu ctaHoBWIIa 25/112 mipu rocTpiit Jim-
(obnacTHiii nevikemii (IT1JT), 10/83 — mpu rocTpiii mienoin-
Hiit neiikemii (F'MJI), 3/20 — npu Mi€OaMCIIIACTUIHOMY
cuaapomi (MIC). Ipu [J1J1 nenetii 3ycTpivanucs yacriiie,
HiX TpaHcaoKallii. [leelii BUSIBIISIIACS SIK CAMOCTIiHI aHO-
MaJlii, Tak i y BUIVISIII CKJIAAHUX KapiotumiB. Haiiuacriiie B
nepeOynoBax NpuiiMaiu yyactb 1ucku 9q34 ta 9q22. TpaH-
cnokais t(9;22)(q34; ql1) 3ycrpivanacs B 7,1 % Bumnankis
TJUL. Ilpu I'MJI TpaHciokauiii 6yno Oisibliie, HixX aeje-
wiii. B cTpyKTypHi niepeOynoBM YacTillle 3a1y4aaocsi JOBre
miede — aucku 9q22 ta 9q34. Ilpu M/C peectpyBaiucs
nesielis, Ayrulikallis Ta TpaHciiokauisi. He BusiBuiau B3ae-
MO3B’IKy 3 BiKOM IALIiEHTIB Ta OCHOBHMMH iHilliaJIbLHUMM
reMaToJIOTIYHMMHU TOKa3HWKaMM, BKIHOUYaloun 0J1acTo3.
TTpoBeneHi OOCIIIKEHHST CBiTYaTh PO Pi3HY CHpPSIMOBA-
HICTh KJIIHIYHOTO MPOTHO3Y B IEepediry roCTpUX JIEMKEMiit
npu neneuisix. [Tpu t(9;22) BiazHavyaau MyIbTUMEIKaAMEH-
TO3HY PE3UCTEHTHICTh Ta MPOIPECiio 3aXBOPIOBAaHHS Ha (po-
Hi XimioTeparii.
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