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B.E. Matsees, W.W. KanuuuHa, Y.H. MNeTtposa, M.3. [lybposuHa,
A.C. CtapoBonTtoBa, A.A. MacuaH
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OcTpbisi MuenonaHbiii neiikod (OMJf1) — aTo KoHanbHoe cucTemMHoe 3a60s1eBaHue KPOBETBOPHOM
CUCTEMbI, KOTOPOE BKJIlOYaeT B cebs KpariHe reTeporeHHyio rpynmny natonaorui. OnTummaaums
MEeTOAO0B 5leYeHNs AaHHOV naTonornm — BaskHas 3agayqa. bonee 1% OMJI ¢ peakumm TpaHcIokaumamm
He roanesat CTPOrov cTpaTuchukaumm Ha rpynnbl pucka. LlaHHbie pasiinyHbliX uccrienoBateses
OTHOCUTESIbHO OOHUX M TeX sKe LUMTOreHeTMYeCKMX aHOManui pasHATcA. B cTaTbe npenctasrieH
OMbIT ANArHOCTMKM M Tepanuu naumeHta HMUL| peTckoi rematonornm, OHKONOrMM M UMMYHOIOM N
uM. AmMuTpus Porauesa c pegkum nogtunom OMJI ¢ TpaHcriokaumedi t(8,16)(p11; p13). MaumeHTy bbirin
rpoBefieHbl KypCbl BbICOKOAO3HOM XUMUOTEPanuu 1 B AaribHENLLEM ansoreHHas TpaHCcriaaHTaums
remMornoaTUYecK1x CTBOSIOBbIX KIETOK. 1o pesynbTaTam KaTamHesa (1,5 roga), pebeHok Haxoautcs B
KITMHUKO-reMaTo/I0rM4YeCcKol 1 UMTOreHeTUYECKOM PEMUCCHN.

KntoueBble CroBa: 4eTH, OCTPbI MUEIONAHbIA IeK03, TpaHcokaums (8;16).

Childhood acute myeloid leukemia with the t(8;16)(p11;p13)
translocation

V.E. Matveey, |.I. Kalinina, U.N. Petrova, M.E. Dubrovina, A.S. Starovoitova, A.A. Maschan

Dmitriy Rogachev National Medical Research Center of Pediatric Hematology, Oncology,
Immunology Ministry of Healthcare of Russian Federation, Moscow

Acute myeloid leukemia is a clonal systemic disease of the hematologic system, which includes heterogeneous group of
diseases. Therefore optimization of methods of treatment of this pathology is an important task. More than 1% of AML with
rare translocations can not be strictly divided into risk groups. There are also discrepancies between different researchers’ data
on the same cytogenetic abnormalities. In this article we present the experience of diagnostics and therapy of the patient with
the rare sub-type of AML with the t(8;16)(p11;p13) translocation in Dmitry Rogachev National Research Center of Pediatric
Hematology, Oncology and Immunology. The patient received high-dose chemotherapy and allogeneic hematopoietic stem cell
transplant. According to catamnesis the child (1.5 years) has been in the clinico-hematological and cytogenetic remission.
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CTPbI MUenonaHbIi neitkos (OMJ1) y petein — a0

rpynna 3abonesaHuin, xapaKTepu3yIoOLLMXCA Ha-

pyLueHveM andpdepeHUMPOBKY U Heperynupye-
MoV nponudpepaLment KNeTOK MUENOUIHOW IMHUN FeMO-
noasa. Ha ponio OMJ1 npuxoputca 14-25% Bcex ocTpbIxX
neiiko30B y aeTeit [1]; y nauMeHTOB NepBoro nosyroaus
U3HK NpeobnapaloT UMEHHO MUENOVAHbIE NIENKO3bI.

Mo [aHHbIM MYMbTULEHTPOBbLIX UCCMEROBaHUN, UC-
Mofb30BaHMe COBPEMEHHbIX METO[OB [AMArHOCTUKU U
NeYyeHnsa No3BoNnIIo AOCTUYL S-neTHel beccobbITUnHOM
BbiskmBaeMocTu y 50-63% peteit ¢ OMJ (ra6n. 1) [1].
Mpy 3TOM, HECMOTPSA Ha MpOrpecc B MOHUMaHUW Mpo-
LLeCCOB CTaHOBIIEHUA U Pa3BUTUA NeENKo3a, yiyylleHne
pesynbTaToB 3a NocrefHue OecATb NeT ecin v Npounso-
LUIIO, TO TOMbKO 3a cueT Bonee 3pPEKTUBHOrO neve-
Hua peumpomeoB OMJT ¢ ncnonb3oBaHWEM anfioreHHoM
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TpaHCNJlaHTauun reMono3TUYEeCKMX CTBOJIOBbIX KITETOK
(anno-TrcK).

OcHoBa coBpeMeHHoN cTpaTudhmkaumm OMIT no
rpynnaM pucka — UMTOreHeTUYecKne U MOosekynsap-
Hble aHOMarnuu, BbISIBISIEMbIE B JIEMIKEMUYECKOM KITOHE
B MOMEHT MepBWYHOW AmarHocTuku. CyllecTByeT psAA
FEHETUYECKMX aHOManui, KOTOpble XOpOLWO Wu3yue-
Hbl M MMEIOT [OKa3aHHOE MPOrHOCTUYECKOe 3HayeHue.
BonbHble OMIT ¢ t(8;21)(g22;922), inv(16)(p13; 1q22)
unn t(16;16)(p13.1;922), t(15;17)(q22; q12) B uenom
OTHOCATCA K rpynne ¢ BnaronpuaTHLIM NPOrHO30M Mpw
YCNoBMU cneumndoMUeckoro fleyeHns ans Kaspon doop-
Mbl 3aboneBaHus. B To ske Bpems faxe 3Tu, Kasanocb
Bbl, HebonbLUMe, YETKO AeTEPMUHUPOBAHHbIE MOArPYNMbI
B PeanbHOCTU He ABMSAIOTCH FOMOreHHbIMU, UX MPOrHO3
MOXET CYLLECTBEHHO YXYALIATbCA MPU HamMuum [onos-
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Tabnnua 1

PesynbTaTbl neueHus OMJ1y neTeii, o naHHbIM pasHbIX UccregoBaTenbcKux rpynn [1]

WUccneposaHue, cTpaHa Fopbl

Yucno nauveHToB

[lons nauneHToB, Y KOTOPbIX

LOCTUrHyTa nonHasa pemuccus, % SR

10-netHsis EFS — 54%

MRC AML 12, BenvkobpuTaHus 1995-2002 529 92 10-nethas 0S — 63%
St. Jude AMLO2, CLLIA 2002-2008 230 94 T S o
AIEOP AML 2002/01, Uranus 2002-2011 482 87 e S e
COG AAMLO3P1, CLUA 20032005 350 87 55' ;‘ZT”H“:HEOFSS'__ 65(;7’.,;:"
e T ” Sen 3=
AML-BFM 2004, FepmaHus 2004-2012 611 89 S-netuan EFS — 95%

5-neTHss 0S — 74%

HUTENbHBIX XPOMOCOMHbBIX W MOJIEKYMAPHBIX aHOMa-
NN, TakmMx Kak MyTaummn B reHax c-KIT, FLT3 v gp. [2].
K nporHocTnyeckn HebnaronpuaTHoOW rpynne oTHOCSATCA
NENKO3bl CO CIIOKHBIMU KapuoTUNUYecKnmmn abeppaumsi-
MU, BOMbLUMHCTBO NOMOMOK 3, 5, 7 XpPOMOCOM, aHOMarnum
reHa MLL, myTaumm reHa FLT3 (BHyTpeHHsis TaHOeMHas
AynnuKaums kcTameMbparHoro gomena) [1, 2]. Kpome
Toro, npu OMJ1y peTel BCTPeYaloTCA U KpaviHe penkue
(He Bonee uem B 1% cryyaes) reHeTUYECKME MOMOMKM,
Takne Kak t(6;9), t(8;16), t(16;21), nporHocTuueckoe
3HayeHWe KOTOpbIX He onpedeneHo [3]. Mpumep Takoii
penkomn Noarpynnbl LMTOreHeTuYecknx aHomanuin — OMJ1
¢ TpaHcrokaumen t(8;16)(p11;pl3), yactota KOTOpPOro
coctaensieT 0,2-0,4% Bcex HoBbix cnyvae OMJ. Kak
npaBwmo, B NUTepaType BCTPEYaloTCA OMnUCcaHus egu-
HWUYHBIX CryyaeB wnv HebonblUMX Fpynn neguaTpuye-
CKUX NaLMEHTOB, MOSTOMY COCTaBUTb NPeAcTaBnieHve 06
MCTUHHOM WX MPOrHOCTUYECKOM 3HAUEHUN NMPaKTUYECKM
HEBO3MOMHO — OMUCaHbl CIlyYan Kak CMOHTaHHbIX pe-
MWCCWI ¥ BbI30OPOBIIEHNS, TaK U KpalHe HebrnaronpusT-
HOro TeueHus 3abonesaHus [4].

TpaHcnokauus t(8;16)(p11;p1l3) npuBogMT K Cru-
AaHMio  oparMeHToB reHa KAEGA (npesHee HasBa-
HWe — MOZ), pacnornosKeHHOro Ha xpoMocome 8pll, u
reHa, komaupyiowiero CREBBP (CREB-cBsizbiBaloLLii
Benok), fokanuayloleroca Ha XxpomocoMe 16pl3.
benku, kopupyemble reHamm KAES6A v CREB, obnapa-
0T aueTunTpaHchepasHoM aKTUMBHOCTbLIO, KpOMe TOro,
OHW YYacTBYIOT B Perynaumm TPaHCKPUNLUMU U KOHTPO-
ne KIeTOYHOro UMKMa. XUMEpPHbIN TPaHCKpWUNT, nony-
UEHHbI B pesynbTaTe CIUSHWS [aHHbIX reHoB, bes-
YCMOBHO, UrpaeT pofib B MPOLECCE JeMKeMOoreHesa,
Tak KaK HapyLlaeT peMoaenvposaHue xpoMatuHa [5].
"eHbl KAE6A n CREBBP 3apeiicTBOBaHbI TaKKe B ApYrux
peakux TpaHcrnokauusx npu OMJ1, Takmx kak t(10;16)
(q22;p13) (KAE6A-CREBBP), t(8;22)(pl1l;ql3)
(KAEGA-EP300) v t(11;16)(q23;p13.3) (MLL-CREBBP)
[4].

MpvBOOMM onuncaHue CcOBCTBEHHOrO HabniogeHus
naumeHTa ¢ TpaHcnokauwvei t(8;16)(pl11;p13).

KnuHunyeckoe HabniogeHue

Y pebeHka @., pOXAEHHOrO OT HEOCHOXHEHHON
BepeMeHHOCTH, OT poguTenen, He COCTOSALUMX B POA-
CTBE, B BO3pacTe 0fHOro MecsLa Bblfo 0TMEYEHO MosiB-
neHve 6e300M1€3HEHHOrO YMMOTHEHNUSA KOMU TEMHO-CU-
Hero LBeTa B JIeBOW OKOSOMYMOYHOW 30HE pasMepoM

PucyHok 1
OKcTpaMenynnapHoe nopaxexue kosxku npu OMJ1
c t(8;16)(p11; p13)

1x1,5 cMm (puc. 1). B mMHaMuke pa3Mep 3TOro aneMeHTa
yBenuumBarncs, NosiBAAIMCh TakKe HoBble, bonee Men-
Kune cxoxue oyaru. B octanbHoM passuTue pebeHka co-
OTBETCTBOBASIO BO3PacTy.

Mo MecTy skuTenbCcTBa Obinia nNposefeHa Guoncus un
FMCTONOMMYECKOe WCCrefoBaHNE 3M1EMeHTa: B TKaHsX
LepMbl U cybanuoepManbHO — BbIPaXEHHbIN aTUMUYHBIV
POCT OMyXOfM ME3EHXMMarbHOr0 MPOVCXOMKAEHUS C
BOMbLUMM KONIMYECTBOM MWTO30B, MHBA3VBHOM (DOPMOM
pocTa v obunuem b6nacTonofobHbIX KNeTok. B TeueHune
nepvopa obcrnenoBaHWs BbiNM OTMeYeHbl 3NW30Abl NO-
BbILLEHWA TemnepaTypbl Ao ebpunbHbiX Unddp, Kynu-
pOBaHHble MPUEMOM aHTUMMPETUKOB. Yepes 2 Mecsua
pebeHoK Bblf HaNpaBneH Ha rocnuTanM3aumio B oToene-
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HWe [eTCKoW remMatoniorum n oHkonorun HMULL getckon
reMaTosfiorm, OHKOIOMMN U UMMYHOSOrMKM UM. [IMUTpUA
Porauesa MuHagpaBa Poccun ans yTouHeHust gpuarHosa
¥ NeyveHus.

Mpwn nocTynneHuy B Bo3pacTe 4 MecALeB y pebeHka
OTMETWUNM HanMuMe MHOMECTBEHHbIX 3/IEMEHTOB Many-
NEe3HOro xapakTepa no BCew NOBEPXHOCTM Tefla pasme-
pom o1 0,1 go 1 cM, nnoTHbIX Npu Nanbnaunu, 6esbo-
Ne3HEHHbIX, CMHE-ONOMETOBOrO LiBEeTa; UMENUCH TakKe
yMepeHHble cnneHo- (+2 cM) u renatomeranus (+3 cm)
MO CPeHEKITIOUYMYHON NUHUK OT Kpas pebepHol pyru.

Mo AaHHbIM TabopaTopHbIX UCCNEA0BaHUI BbISBMIEHA
aHemus: remornobuH — 90 r/n; neikoumtsl — 9,41x10°/n
(nefikounTapHas chopMyna: CerMeHTosAepHble HeNTpo-
dunbl = 4%, 303uHodpunbl — 5%, numdounTsl — 88%,
MOHOLMTbI — 3%); TpoMBoumTbl — 338x10°/11; BracTHbIx
knetok Het), NAOI — 893 en/n.

Muenorpamma (puc. 2, 3): bnactHble KNeTkn — 72%;
nonynsums NemkKeMUYECKMX KIETOK C Mopdonorunye-
CKUMU YepTaMy MOHOLIMTapPHOW NuHWUKM pudbdoepeHumn-
POBKM, B KOTOpPOM npeobrnapaloT 3pesible MOHOLUMTHI.

PucyHok 2
Monynaums 6racTHbIX KNeTok (okpacka no MaitH-TpioHBanbmy u
PomaHoBCKOMY)

PucyHok 3
ParounTos TpomMboumnTa 6nacTHo KNeTkow
(okpacka no MaitH—TpioHBanbay 1 PoMaHoBCKOMY)
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Mopdbonornueckas 0cobeHHOCTb AaHHOW MOMynAumMm
3akmioyaeTcs B npeobnagaHun BunobynspHbix dopMm
f0ep, KasmaTto3 UMTonnasMbl, B HOMbLUMHCTBE KIIETOK
BM3yanu3npyeTcs as3ypoduiibHas 3epHUCTOCTb, B ya-
CTU KIeTOK — siIBfieHus reModparounTosa (TpoMBOLMTHI,
SPUTPOLMTLI); MerakapuoLMTapHbIi U HEMTPOOMIbHBIN
POCTKU CYMKEHbI; COfEepsKaHue MMCOLMTOB MOBbILLE-
Ho. Mvenonepokcuaasa, cyfaH (nunuasl): equHuyHble, B
CO3peBaloLLEM KOMMOHEHTe — oTpuuaTtenibHo. PAS (riu-
KOreH) — efMHWUUHbIE, MESIKOrPaHYMAPHOro XapakTtepa.
Hecneundmueckas actepasa — OT +++ o ++++, TOTanb-
Ho nopaensietca NaF. BapuaHT no dpaHko-aMepuKa-
Ho-bpuTaHckoit (FAB) knaccudomkaummn — M5b.

MMMyHobeHoTMNMpoBaHne  BnactHoro  perwvo-
Ha KOCTHOro Mosra (mons peruoHa 63%): CD2+ — 7%;
CD4 - 100%; CD19+ — 7%; CD11a — 92%; CD11c — 89%;
CD11b — 88%; CD13 — 97%; CD14 —100%; CD15 — 98%;
CD33 — 94%; CD36 — 100%; CD38 — 99%; CD45 — 100%;
CD56 — 50%; CD64 — 99%; CD65 — 100%; HLA-DR -
67%; NG2 — 31%; MPO — 5%; TdT — 98%. bnacTtHas
nonynsums cootseTcTByeT OMJ1 ¢ kKoakcnpeccueit CDS6.

CTaHpapTHOE KapuOTUMMPOBAHWE KOCTHOrO Mo3ra:
46,XY,t(8;16)(p11;p13)(10)/46,XY [6].

LinToreHeTnyeckoe nccrnenoBaHme KOCTHOrO Mo3ra
meTonoM FISH: nepecTpoek reHos MLL, CBFB (inv(16));
ETV6 He obHapy»eHo.

LinTonornyeckoe nccnegosaHne NMKBoOpa: LUTO3 —
42 KneTku B MKJT; BnacTHble keTkn — 2%.

Ha ocHoBaHuv npoBefeHHbIX 06CIeaoBaHUi, KNMHU-
YECKOW KapTWHbl, aHaMHe3a pebeHKy ycTaHOBMeH Ana-
FHO3: OCTPbIA MMENOMAHbIN NMENKO3 BPOKAEHHbIA, M5b,
t(8;16)(p11;p13), LUHC IV, MHOMECTBEHHble 3KCTpaMe-
OYNNAPHbIE 04aru NMOPAXKEHNS Ha KOXE.

Tepanus

PebeHky npoBefeHa WHTEHCMBHAsA XvWMUOTepanus
coryacHo npotokony OMJ1-MM-2006 [7]. MaumeHT oT-
HECEH K rpynne BbICOKOrO pPUCKa COrfacHO OQHOMY W3
MYHKTOB CTPaTUdIMKALMM — HECOOTBETCTBUE KPUTEPUAM
CTaHOAPTHOMO M MPOMEsKYTOUYHOrO PUCKOB, KOTOpast Nof-
pa3yMeBaeT nposefeHue anno-TI CK.

KnnHuko-remaTonormyeckass M LMTOreHeTUYecKas
peMuccum Bbinu [OCTUrHYTbI MOCMe MNPOBELEHVSI WH-
OYKUMM  LUMTO3MH-apabuHo3naoB  aayHopybuLmMHOM ¢
3TonoaunaoM. Pemuccua Bbina KoHCONMAMPOBaHa ABYMS
KypCaMu BbICOKMX [03 LMTO3MH-apabuHo3naa ¢ aHTpa-
LIMKITMHaMM M 3TOMO3WLOM.

B panbHelweM nauueHTy bbina nmpoBefeHa ranso-
MOEHTUYHAA TPaHCMNNaHTaumus reMOMOITUYECKUX Krle-
TOK Nepudepnyeckoin KpoBu OT OTUA C MPUMEHEHUEM
TCRab/CD19 penneumn. B paMkax KOHAMUMOHMPOBa-
Hus nepen TICK Bbin ncnonb3oBaHbl: TpeocynbgaH —
42 r/M? cbnynapabuH —150 mr /M? u Trotena — 10 Mr/kr
[8]. MpodbunakTka peakunn «TpaHcnnaHTaT npoTuB
X03MHa»/OTTOPSKEHUS TPaHCMNaHTaTa BKIoYana: Tu-
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Tabnuua 2
CpaBHUTenNbHble XapaKTepPMCTUKMN NaumneHTa @.
u apyrux geten ¢ t(8;16)(p11; p13)

NaHHble
MokasaTenb NauneHT @.
okasaTen auue AMTEpaTyphI
BospacT Ha MOMeHT
P 1 mecay MepmaHa - 1,2 ropa
npeseHTaLmum
KcTpaMenynnspHble
paMenynnsp Koska YacTo Koska 1 ap.
ovaru
OpuTpodharounTos Ectb Yacto
MHuumanbHoe nopaskexue
LIeHTpanbHON HepBHOM LUHC-cTatyc IV YacTto

cucTemsl (LIHC)

CybBapvaHT no FAB

Mb5b-BapuaHT M4 n M5
Knaccudmkaumm
CD15, HLA-DR
y ’ CD15, HLA-DR, CD56
MMmyHocbeHoTUN CD56, CD14, \ X ;
CD13, CD33 CD14, MPO, CD13, CD33
X1UMepHbIN TpaHCKPUNT WccnepoBanne  KAE6A exon 16 — CBP exon 8

KAE6A-CBP He nposoannu  KAE6A exon 16 — CBP exon 7

MornobynuH — 5 Mr/kr (-4-e, -3-u cyT.); pUTyKCMMab
— 375Mr/m? (-1-e cyT.); bopTesomunb — 1,3 mMr/m? (+2-e,
+5-e cyT.). OcnoskHennst nocne TICK: pa3suTue uMTO-
MeranosmpycHoi nHdpekumn (LUIMB) — nepcucTtupyioluas
LIMB-Bunpemus, LUMB-peTuHuT.

PebeHoK HaxoouTcsa B KIMMHUKO-TeMaTosorMyeckon
¥ LMTOreHEeTUYECKON PEMUCCUM C HOPMarbHbIMKU aHanu-
3aMM1 KPOBU 1 NOJIHBIM JOHOPCKUM XMMEPW3MOM Ha CPO-
ke HabnioneHnsa 1,5 roga nocne nposeneHus TICK.

Takum o0bpasom, Mbl Hablopanu y Hallero nauueHTa
TUMWYHYIO KapTUHY ONa gaHHoro noptvna OMJT — akc-
TpaMeaynnsapHble oyaru (KoxHble nokposbl 1 LIHC), apu-
TpodharoumTos, akcnpeccus mapkepos CD56, M5b-Ba-
puaHT no FAB, BpoxaeHHbIi xapakTep 3aboneBaHus
(rabn. 2). OTMeueH NOMHbIA OTBET Ha NPOBEAEHHYI0 Te-
panvio, 0AHaKo Heobxoamm Boree ANMTENbHbIV NEPVOA
HabnioaeHus.

0630p nuTepaTypsbl

E.A. Coenen wn coaBT. BbINOMHWUNM WHTEPHALMO-
HanbHOe pPEeTPOCNEeKTUBHOE UCClefoBaHWe C  Lenblo
M3YUYEHUsI KIMHUYECKMX 0coBeHHOCTEel 1 oTBeTa Ha Je-
uenne OMJT y 62 naumeHToB feTckoro BospacTa (0-18
net) ¢ TpaHcrokaumen t(8;16)(p11;p13) [4]. KoHTponb-
Hasa rpynna skmiovana 543 nauneHta ¢ OMJ1. Cpennun
BO3pacCT MaLUMeHTOB C MPEACTaBMEHHON Bbille LUMTO-
reHeTUYeCKoW MofioMKoW coctaswn 1,2 ropa. YactoTta
BPOXAEHHbIX CryyaeB B 9TOWM rpynne bbina 3HauuTenb-
HO BbILLE, YEM B KOHTPOSbHOM rpynne. MHdopMaums o
3KCTPaMenynnspHbIX oyarax, pa3sutum [BC-cuHopoma,
apuTpodparounTosa bbina npefocTasneHa He y Bcex 62
nauneHToB. B 66% cnyuyaeB BbisiBNeHbl 3KCTpamenys-
napHble ouarn (nopameHue Kosku 1 ap.). BoerneueHue
LUHC nabniopanock y 15% nauMeHTOB; B KOHTPOSbHOW

rpynne —y 12%. KosxHble nposiBneHus bbinm aMarHocTu-
poBaHbl Y 58% MauMeHTOB M 3HAUYMTENBHO Yalle BCTpe-
yanucb y netei 1o 1 rona (82%); B KOHTPONbLHOM FPynNe
ropaskeHnsi KOXu BbifBMEHbI Bcero B 8% cnyvaes. Onu-
CaHbl M Apyrue aKCTpaMenynisipHbIe MOPasKeHUs, Hanpu-
Mep, rpaHynounTapHas capkoma. MiHtepecHo, uto 'y 39%
BonbHbIX 3adhmkcupoBaHo passutue [OBC-cuHppoma.
BonblwnHcTBo (97%) naumeHToB MMeno Mopdosioruye-
CKYIO KapTuHy MrernioMoHoumTapHoro (M4) nnu MoHoum-
TapHoro (M5) neitkosa cornmacHo Knaccudomkaumu FAB
(8 rpynne koHTpons — 41%). Y 70% naumeHTOB BCTpe-
yasncs apuTpodparounTos (B KOHTPOSIbHOW rpynne WUH-
chopmaLms 0 YacToTe 3pUTpodharoLmMTo3a OTCyTCTBYET).

VIMMyHobeHOTUMIMYeCKne xapaKTepucTukm 3abone-
BaHWA: NpaKkTuueckun y Bcex naumeHtos CD15 n HLA-DR
BbinNM NO3UTUBHBI, B BOMbLUMHCTBE ClyYyaeB MO3WUTWBHLI
Mapkepbl CD56, CD14, MPO, CD13 wu/unu CD33; y He-
BoMbLIOro yMcna nauneHToB BbiNy MO3WUTMBHBI TakKe
CD117, CD37. MNpu UMTOreHeTUYECKOM WCCNenoBaHUM
TpaHcrokaumsa t(8;16)(p11;p13) BcTpeuanach Kak eamH-
cTBeHHasa abeppaums. OouH NeguaTpuYecKnin naumeHT
M3HayaslbHoO WMEN HOPMaribHbIA KapuoTuM; TpaHcho-
Kaumsa t(8;16)(p11;p13) mosBMnach npu peumanse 3a-
BonesaHusa Nocrne CNOHTaHHOM MofHoWn pemuccuu. lNpu
MOJEeKynApPHO-BMONOrMyeckoM  mMccnefoBaHMn — Boina
BblsiBNIeHa runepakcnpeccus reHos HOXA11, HOXA10,
RET, PERP v GGAZ2, koTopas BCTpevyaeTcs M y nauun-
eHToB ¢ MLL-peapaHunpoBKoii. [vnepakcnpeccus re-
HoB PERP n GGA2 — BbicokocneunduyHbli NpusHak
TpaHcrokaummn t(8;16)(pl11;pl3), onHako B HacTosLlee
BPEMS HET [LlaHHbIX OTHOCUTENbHO PON FUMepaKcnpec-
CUM BbILLENEPEYUCIIEHHbIX FEHOB B NIEKOreHese.

Tepanusa 6bina nposefeHa 49 u3 57 naumeHTOB
(y 5 nauveHToB MHCpOpMauUMs O MPOBEAEHHON Tepa-
nWW OTCYTCTBYET); 6 MauueHTaM Obina BbINOSIHEHa arn-
no-TI'CK; y 3 6onbHbix Tepanusa Bkmioyana ayto-TI CK.
MaTuneTHsa obLwas BbI)KMBAEMOCTb Yy MaLMEHTOB C
TpaHcnokaumeln coctaBuna 59%, BeccobbiTuiiHas Bbi-
»nBaeMocTb — 57%; obwlas yactota peunagmnsa — 28%,
YTO CXOKe C obLuel BbiskMBaeMoCTbio Yy aetert ¢ OMII.
Y 7 HOBOpOXOEHHbIX C TpaHcrokaumei t(8;16)(p11;p13),
HaxOAMBLUMXCS NOL NpUCTanbHbIM HabnoaeHneMm, Ho 6e3
neyeHus, Boina 3admKCcMpoBaHa CNOHTaHHas peMUCCHS:
TPOE U3 HUX OCTaIOTCS B ANIUTENbHON MOSTHOW PEMUCCUU
(CCR), y ocTanbHbIX BO3HUK peumams (MenmaHa peumom-
Ba — 17 Mec.). MaumenTka B CCR, 3abonesaHne KOTOpoit
NPeanonoX1TENbHO BbINIo BbI3BaHO MPUEMOM Banbnpoe-
BOW KucnoTel [9], ocTaeTcs non HabnoaeHueM.

T. Haferlach v coaBT. npoBenu uccnepoBaHue
cpeay B3pocsbix naumentos ¢ OMJT t(8;16)(p11;p13) u
Takke MOLTBEPAMIIN PELKOCTb OAHHOW LMTOreHeTuye-
ckoit aHoManuu (0,2%; n = 13/6124), ogHako nauneHTbl
3TOW rpynnbl OTAIMYANNCh NSIOXMM OTBETOM Ha Tepanuio
(MeonaHa obLueit BbimuBaeMocTn — 4,7 MecC.) U yHU-
KarnbHbIMW  BMOSIOrMUECKUMU XapakTepucTukamn [10].
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PucyHok 4
Tunbl v YacToTa TPAHCKPUNTOB crnsiHua KAE6A(MOZ)-CBP [12]

Type V, 7% Type VI, 2%
MOZ exon 15 — CBP exon 5 MOZ exon 16 — CBP exon 7
Type IV, 16% Type VII, 2%

MOZ exon 15 — CBP exon 4 MOZ exon 16 — CBP exon 8

Type I, 2%
MOZ exon 16 — CBP exon 3

Type I, 4%
MOZ exon 17 — CBP exon 2 or
MOZ exon 17 — CBP exon 4

Type |, 67%

MOZ exon 16 — CBP exon 3

Y B3pocrbix nauueHToB bosbllas Yactb OMJT ¢ t(8;16)
(p11;p13) bbina cBsA3aHa C NPOBEAEHHOW Tepanueit apy-
MMX 3M0KaYECTBEHHbIX 3abonesaHuin (BTopuuHbiin OMI).
MccrnenoBaHue nokasano, YTO KIMHWYECKas KapTuHa U
Bronornyeckme xapakTepucTuku 3aboneBaHus 6biau
cxogHbl co cnyyasmm OMJT ¢ peapaHXMpPOBKON reHa
MLL. Y BonblUMHCTBa MaLMEHTOB OTMeyvancsi 3puTpo-
dharoumMTo3 — TakK e, KaK y MauvMeHTOB [ETCKOro BO3-
pacTa. 9kcnpeccusi Mapkepa CD-56 nmenach y naumeH-
TOB C 3pUTPOCParoUmMTO30M U NMOPaXXEHUEM KOKM. ITOT
MOBEPXHOCTHbIA MeMBpaHHbI MapKep MNpUCYTCTBOBAnN
y 71% B3poCnbIX MaLMEHTOB C TpaHcrioKaumeit t(8;16)
(p11;p13). M. Camos 1 C0aBT. onucanu xapakTepHblit
npochunb reHHon akcnpeccun KAES6A-CBP OMIJI ¢ ru-
nepakcnpeccuer RET v nponakTvHa W MaTTepH 3KC-
npeccum reHos romeobokca (HOX) y B3pocrbIx ¢ AaHHOI
TpaHcrokaumeit [6]. M. Diaz-Beya v coaBT. npeano-
FTOMMUIN, YTO MOBbILLEHHASA IKCMPECCUA Kamaon n3 ne-
peuncnerHblx Monekyn mirRNA miR-15b, -195 n -218
MOSKET BNuATb Ha akcrnpeccuio RET [11]. B rpynne na-
UMEeHTOB [JETCKOro Bo3pacTa C TpaHcnokauuent t(8;16)
(p11;p13) Takwe Obina BbisSiBMEHa rUNEpaKcnpeccus
npotooHkoreHa RET [4]. 3Tv HabrioneHns nokasbiBaloT
CXOACTBO Npodhunen reHHOM 3KCMPeccun y B3pOCHbIX U
MauveHTOB AeTCKOro Bo3pacTa. YacToTa BO3HUKHOBEHUSA
BPOMAEHHbIX criydaes OMJT ¢ TpaHcrokaumen t(8;16)
(p11;p13) y meTeit M TOT haKT, yTO Yy B3POCHbIX 3TOT
MOATWN NENKo3a CBA3aH C NPOBEAEHHON XMMUOTEPANU-
e, MOryT yKa3bIBaTb Ha BHYTPUYTPODHYIO YyBCTBUTESb-
HOCTb FreHOMa K FeHOTOKCUYeCKoMy cTpeccy. [logobHyio
CUTYyaLMIoO MOXHO Habniopate B crnyyae OMJ1 ¢ MLL-pea-
PaHXUPOBKOW, rae Tpurrepom 3abonesaHusi MOryT BbiTb
nHrnbutopsl IHK-Tononsomepasb! Il.

Bonpoch! FeMaTonorin/oHKOMOr A 11 MMMYHONATONOr U B NeauaTpum
2017 | Tom 16 | Ne 4 | 6974

B paborte T. Hanade v coaBT. onncaHa 3aBUCUMOCTb
nportosa OMJ1 ¢ TpaHcnokauueit t(8;16)(p11;p13) ot
BO3pacTa MauUMEHTOB M MOMYYEHHOW XMMMOTEpaNuu
[12]. OMNT c paHHol TpaHCroKaumeit y B3pocHbIx na-
LIMEHTOB MPEeUMYLLECTBEHHO CBA3aH C MPOBeLEHHON
Tepanuen u uUMeeT HebnaronpusTHbIA MPOrHo3, a y
nauMeHTOB OEeTCKOro Bo3pacTa 3aboneBaHue uMeeT
bonee bnaronpuATHoe TeueHue. ABTOpbI OMUCHIBAIOT
Crnydar 0eBoYKM ¢ BpoKAeHHbIM OMJ1 ¢ TpaHcnokaum-
et 1(8;16)(pll;pl3), MMeloLLE XapaKTEPHYIO KIMHM-
uecKylo KapTuHy (ouaru nopaskeHus Ha Koxe, Mopgo-
noruueckuit BapuaHt M5b no FAB), koTopas gocturia
[ONrOCPOYHOI MonHoi pemuccun (> 10 net), nonyums
neyeHve cornacHo npotokony AML99. Takue e Bbl-
Bodbl penatT T. Daifu v coaBT., onucasLlue cryyaun
BpoAeHHbIX OMJ1 ¢ KAESA-CBP, neuyeHHbIX TOMbKO
xumuoTepanueit [13].

M3BeCTHbl CeMb TWMOB TPAHCKPWUMNTOB CIUSHUSA
KAE6A(MOZ)-CBP (puc. 4) [12]. Tun | HanBonee yacto
BCTpeuaeTcs y B3pocnbix; OMJ1 npu aToi hopme 3abo-
neBaHWs UMeeT Nnoxon nporHos. Tunsl VI n VIl BbisBne-
Hbl TOJbKO Y NaLMEHTOB JETCKOro BO3pacTa.

3AKITIOYEHUE

OcTpbiii MuenonaHbini nenkos B t(8;16)(p11;pl3)
BCTpeyaeTcs y MauMeHTOB BCeX BO3PacTOB C PaBHbIM
pacnpepeneHneM naumMeHToB no nony. Y fgeten a1oT Tvn
nerkosa AMarHoCTUPYETCA B OCHOBHOM Kak MEPBUYHbIN
OMJ1, Torma Kak y B3pOoCrbiX OH BO3HMKAET MpeuMylLlie-
CTBEHHO BTOPWYHO. PasHuua B MporHo3ax y B3poCiibiX
¥ NeaMaTpUYeCcKMX MaLMeHTOB, BO3MOXHO, 3aBUCUT OT
™Mna KAE6A-CBP xumepHOro TpaHcKpunTta. MHorune
OMWCaHHble Cflyyau MOATBEPXKOAIT MOEID O TOM, YTO
net1 ¢ OMJ1 t(8;16)(p11;p13) nmetoT Bonee braronpu-
ATHBIA MPOrHO3, OfHAKO HEobXOAMMO MCCMEeRoBaHWe C
BonbLUMM KONMYECTBOM MaUMEHTOB € 3TUM TunoM OMI1,
YTOObI MOATBEPAMTL 3TO U BbISBUTH KITMHUYECKYIO 3Ha-
YMMOCTb Pa3nUYHbIX TUMOB TpaHCcKpunToB KAE6A-CBP.
YHUKasbHbIE KITMHUYECKME M BUonormyeckne xapakre-
pucTukm OMI ¢ t(8;16)(p11;p13) TpebyioT Gonee rnybo-
KOr0O ero M3y4eHus 1, BO3MOXKHO, BbIOENEHWS B OTAENb-
Hylo nogrpynny OMJ1.

UCTOYHUK PUHAHCUPOBAHUSA
He yka3saH.

KOH®JIUKT MHTEPECOB
ABTOpbI CTaTbi MOATBEPAMSIM OTCYTCTBME KOH(DIMKTA MHTEPECOB,
0 KOTOPOM HE0BX0AMMO COOBLLNTS.
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