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OBpEMEHHAN QuaZHOCMUKA oCmpbIX
MUBNOUGHLIX NelKo3oB

cTpble muenoupHbie neikosbl (OMJI) xapakTepusyloTcs KJIOHANIbHOM 3KCNAaHcen 6acTHbIX KNEToK

MUENIoONAHOro NPOUCXOXXAEHUS, ONpeaensIoLmXcs B nepudpepuryeckoi KpoBu, KOCTHOM MO3re U ApYyrux
TKAHSX. ITO reTeporeHHas rpynna 3a6oneBaHuii, YTO HAXOAUT OTPAXKEHUE B MOP(POSIOruu KIeTok,
0CO6EHHOCTAX KJIMHMYECKOro TeYeHUs U peaKLumn Ha TepaneBTuueckue Bosgencteus. OMJ1 moryT BO3HUKATb
de novo, Ha poHe NnpeanenKeMMYecKuX COCTOSHUI (MMEeNoaNCNIa3NM) UK NMOCIIe XMMUO- U JTyYEeBOW
Tepanuu apyrux ¢popm 3nokayecTBeHHbIX HOBOOGpasoBaHuii. B ocHoBe passutus OMJ1 nexur
TpaHchopmaLus NONUMNOTEHTHOW CTBOJNIOBOW KPOBETBOPHOM KJIETKU UNU MYNbTU-, 6U- UM YHUNOTEHTHbIX
MUENOUAHbBIX KJeTOK-NpeALIeCcTBEHHUKOB.

3aboneBaemocts OMJI cocraBiseT 2,5-
3,0 ma 100 TBIC. HaceleHUST €XETOmHO.
B GonplIMHCTBE CTpaH CpedHMId BO3pacT
OOJIbHBIX B MOMEHT YCTaHOBJICHUSI TUATHO-
3a cocrtaBisieT 65 yet. Y meteit mo 15 ser
OMIJI BcTpevarTcsl 3HAYMTEIBHO pexe,
yeM y B3pociabix. OHuU cocTaBisior 15-20%
BCEX CJIyYyaeB OCTPHIX JICIKO30B, MUK 3200-
JIEBa€MOCTH TIPUXOAMUTCST Ha AeTeil B BO3-
pacte 3-4 Jer.

KpaeyroibHbIM KaMHeM JUArHOCTUKU
OMUJI 1o HaCTOSIIIETO BPEMEHU OCTAlOTCS
pe3ynBTaThl IIUTOMOP(OIOTUIECKOTO HC-
clenoBaHUsl Ma3KoB Tmepudepuyeckoit
KPOBU M CTEPHAJBHOTO MyHKTaTa KOCTHO-
IO MO3ra.

OcHOBHOE TpeOOBaHUE IJIST YCTAHOBIIE-
Hus nuarHo3a OMJI — ob6Hapykenne 20%
u 6osiee MMeJI00JaCTOB 1/WUM MOHOOIac-
TOB/TIPOMOHOIIMTOB, W/WJIN Merakapuo-
6yacToB B Tepu(epruIecKoil KpOBH WU
KOCTHOM Mo3re. OCHOBOI J1s1 BbIAEICHUS
Tex uin UHbIX popm OMIJI ciryxuT ob1ie-
MpUHSATas KiaccuuKalMoHHasl CUCTeMa,
NpeaoXKeHHass TPyNmnoi (GpaHIy3CKuUx,
AMEpPUKAHCKUX U OPUTAHCKUX TIeMaToso-
roB eme B 1976 1. B mocienyromiem Bee -
pe craja MpUMEeHSTbCS MOAUMUIIMPOBAaH-
Hag PADb-knaccudukauusi, y4uThIBalO-
mas npu auddepeHInaIN OTACTbHBIX
HO30JIOTMYECKUX (POPM U LIUTOJOTUYECKUX
BapuaHTOB 3a00JI€BaHUIA PE3YyIbTaThl LIUTO-
XUMUYECKOTO, ITUTOTEHETUUECKOTO U MM-
MYHO(hEHOTUITMYECKOTO aHaIu3a.

B nocnenHue rojpl B M3y4eHUU pa3iny-
HbIX Ouonornyeckux noarunoB OMJI 3Ha-
YUTEJbHO IIHUpE CTalyd HUCMOJb30BaThCS
LIMTOTEHETUIECKUE U MOJIEKYISIPHO-TeHEe-
TUYEeCKMe MeToAbl. bblia ycTaHOBIeHA
cBs13p OMJI M3 u OMJI M 3v, BelIeIsieMbIX
B COOTBETCTBUU C YCOBEPILEHCTBOBAHHOM
BAB-knaccudukayeil, ¢ TpaHCIOKaLIMSI-
mu t(15;17), OMJI M43o ¢ inv(16) umm
t(16;16). bonee cnabas cBA3b Oblia 0OHA-
pyxeHa mexay OMJI M2 u t(8;21). Abep-
pamuu 11923, Kak oka3ajioch, 00jiee 4acTo
BcTpeuarotcs nipy OMJIl ¢ BoBiaeueHUEM
KJIETOK MOHOILIMTapHoro psjaa. B ciyuae
o0HapyXeHHUsl yKazaHHBIX aHOMaJIMI nua-
rHo3 OMJI MOXeT ObITh BepH(UIIMPOBaH,
eCcJIv B TiepudepruIecKoii KpoBU MU KOCT-
HOM Mo3re ormpeznensietcs meHee 20%
0JIaCTHBIX KJIETOK.

B 2001 r. B 3-M u3maHuu kiaccuduka-
uuu  BO3 omnyxoseBblx 3a0ojieBaHMI
KpPOBETBOPHOI M JAMMQOUAHON TKaHEM
Obla TpeANpUHSITAa TMepBasi TMOMbITKA
BKJIIOYEHMUS TEHETUIECKUX aHOMAJIUI B aji-
TOPUTMBI JUATHOCTUKU Pa3JTMUHBIX «KIJIHA-
HUKO-TIATOT€HETUYECKUX» HO30JI0ThYEeC-
kux popm OMIJIL.

B 4-m wuzpmanum knaccupukauuu BO3
(2008), pa3mene, B KOTOPOM paccMaTpuBa-
IOTCSI BOMPOCHI CUCTEMAaTU3alluy pasiny-
HbIX ¢opm OMJI U poncTBeHHBIX HOBOOO-
pa3oBaHUi U3 KJIETOK-TMPeNIIECTBEHHUKOB,
pEe3YIbTaThl MOJIEKYJISIPHO-TEHETUYECKUX
WCCIENOBAHUUN JIEMKEMUUYECKNX KJIETOK
MpeACTaBieHbl 3HAUUTENbHO IKupe. OHU
OCHOBBIBAIOTCSI Ha MOHUMAaHUU TOTO,
YTO TeHEeTUYeCKHe aHOMaJuu, TPUBOMISI-
mKre K pPa3BUTHUIO JIEHKO3a, SBISTIOTCS

HE TOJIbKO reTepOreHHbIMU, HO U CJIOXHbI-
MHU. MHOroatamHblii Mpouecc, 3aBeplla-
fomuiics ¢hbopMUpPOBaHUEM OMpeaeIeHHO-
ro JielikeMuuyeckoro ¢peHoTuna, o0ycioB-
JIeH MHOXECTBEHHBIMU XPOMOCOMHBIMU
abeppalusMu.

IMoay4yeHbl dKCcMepUMeEHTaIbHbIE T0Ka-
3aTeJIbCTBA TOTO, YTO BO MHOTHX CJIydasix
IUIS1 UHUALIMAMKU 00pa3oBaHusi, Tipoude-
palMu U BbDXKMBAHUS KJIOHA Jiefikemuyec-
KUX KJETOK, MOMMMO TMPUBOJSILIEH K Ha-
pyuieHuo audhepeHIMPOBKY MUETOU/I -
HBIX KJIeTOK nepecTpoiiku reHoB RUNXI,
CBFB uiu RARA, kopupyoiiux akTopsl
TPaAHCKPUIIIMK, HEOOXOIUMBI €Ille TOTMO-
HUTEJIbHbIE TEHETUYECKUE aHOMAJTUH.

B cTaHOBICHNM OTYX0OJIEBOTO ITpoIlecca,
MOMUMO YKa3aHHBIX MUKPOCKOMUYECKU
onpeesieMbIX XPOMOCOMHBIX MEPECTPOEK
U JIPYyTUX MHOTOUMCJIEHHBIX aHOMAaJWIA,
MPUHUMAIOT yJacTue WM BIHSIIOT Ha €ro
MopdOoJoTnYecKre U KIMHUYECKUE XapaK-
TEPUCTUKU TaKXKe CYOMUKPOCKOMUYECKHUE
MyTalMu Takux reHoB, kKak FLT3, JAK2,
RAS, PTPNI11, KIT. 3Tu reHbl KogupyoT
OesnKM, ompenensollre MyTH Mepeaadyu
CUTHAJIOB, HEOOXOAUMBIX IIJIs1 Mpoaudepa-
LMY W/WUIW BBIXKMBaHUS KJIETOK Heoruiac-
TUYECKOTO KJIOHA. YCTaHOBJIEHUE 3HAYM-
MOCTHU 3TUX BHOBb OTKPBITbIX MyTallMi re-
HOB B Da3BUTHUM JIEHKO30B M HUX CBSI3U
C KJIMHMKO-T€MaTOJOTUYECKUMHU, IIUTO-
MOPGhOTOTUIECKUMU U (HDEeHOTUTTUYECKH -
MM TIpU3HAKAMU ITO3BOJIVIIO UACHTUDUIIN-
poBaTh HEKOTOpPBIE crielbUuyecKre HO30-
Jjornyeckue hopmbl JEHKO30B.

Myrauuu psina reHoB (FLT3, NPMI,
CEBRA), BoisgBasiemblie y 60abHbIX OMIJI
C HOPMaJIbHBIM KapMOTUIIOM, MOTYT CJy-
KUTb MPOTHOCTUYECKUMU KPUTEPUSIMU.
Tak, myrauuum NPM1 oOHapyxuBawoTCcs
B JIeliKeMUYeCcKnX Kietkax B 50-60% ciy-
yaeB ILMTOTEHETUYECKU HOPMAJIbHBIX
OMJI, ypoBeHb 4-JIeTHEl BBIKMBAEMOCTHU
cocraBiser 50%. Myrauuss FLT3-1TD
omnpenensiercss B 30-40% cayyaee OMJI
C HOpPMaJbHBIM KapUOTHUIIOM, YPOBEHb
4-nmetHel BBDKMBaemMocTu — 20-25%.
B cnyuae myrauuiit CEBPA, o6HapyxuBae-
MbIX B 15% ciaydaeB OMJI ¢ HOpMajbHBIM
KapuOTUIIOM, YPOBEHb 4-JIeTHE! BbIXKUBA-
emoctu nocrturaet 60%. [MonoGHbII MoKa-
3aTesib 4-JeTHEel BbIXKMBAeMOCTU OOJbHBIX
OTMEYaeTcsl MpU HaJIUYUU OJHOBPEMEH-
HbIX MyTanuii reHoB NPM1 u FLT3-1TD.

Huxe npuBeneHa coBpeMeHHast Kjlaccu-
(bukauusi MUETOUIHBIX JTEHKO30B U POJ-
CTBEHHBIX HOBOOOPA30BaHUI M3 KIETOK-
MpeAIIeCTBEeHHUKOB, TPEIIOXKEHHAs 2KC-
nepramu BO3 u noayuuBinas ogoOpeHue
KJIVMHUIIMCTOB — YJIEHOB HabJtoaaTeIbHO-
ro komuteta (CAC).

Knaccenduramus BO3 octpeix
MHEJIOMIHbIX JIGHKO30B M POJICTBEHHBIX
HOB0OOOPA30BaHMIi
M3 KJIETOK Npe/IIeCTBeHHMKOB

e OMJI co cTaOuabHO BBHISIBISIEMBIMU
FeHETUYECKUMU aHOMAJIMSIMMU:

— OMJI ¢ t(8;21)(q22;922); RUNXI-

RUNXITI;

— OMJI ¢ inv(16)(p13.1g22) nau OMJI

ct(16;16)(p13.1;q22); CBFB-MYHI11;

— OcTpblit TpOMUETOLMTAPHBIN JeiKO3
c t(15;17)(q22;q12); PML-RARA;

— OMIJ ¢ t(9;11)(p22;923); MLLT3-
MLL;

—OMJI ¢ t(6;9)(p23;q34); DEK-
NUP214;
—OMJI ¢ inv(3)(q21g26.2) wuau

t(3;3)(q21;926.2); RPN1-EVII,;

— OMJI  (merakapuoOiacTHBI) ¢

t(1;22)(p13;q13); RBM15-MKLI;

— nipeaBapureibHas hopma: OMII ¢ my-

TUPOBAHHBIM TeHOM NPM1;

— npeasaputenabHas popma: OMJI ¢ my-

tupoBaHHbIM TeHOM CEBPA;

e OCTphlil MUETIOUIHBII JIEIKO3 C U3Me-
HEHUSIMU, CBSI3aHHBIMM C MUEJIOIVCILIA-
3UEH.

e MuenouaHble HOBOOOPa30BaHUsI, CBSI-
3aHHbIE C TEpaIUei.

e OcTpble MUETOUAHbIE JEHKO3bI, He-
crienu@UIMpoOBaHHBIE MHBIM 00pa3oM:

— OMJI ¢ MUHMMAJTBHBIMU MPU3HAKAMU

nudhepeHIUPOBKY;

— OMIJI 6e3 nMpuU3HAKOB CO3PEBAHUS;

— OMJI ¢ npu3HakaMu CO3peBaHUS;

— OCTPBbIA MMEJIOMOHOLIMTAPHBINA Jeii-

KO3;
— OCTPBII MOHOOJIACTHBII/MOHOLIUTAP-
HBII JIETKO3;

— OCTPBIA SPUTPONIENKO3:

* 9PUTPOJEHKO3,  IPUTPOUIHBII/
MUEJIOUIHbIN;
* YUCTBIN SPUTPOUIHBIN JIEHKO3;

— OCTpBI MerakaproOJIaCTHBINM JIEKO3;

— OCTpbIii 0a30(PUIbHBIN JIEIKO03;

— OCTpPBI MaHMuesno3 ¢ mueaodudpo-

30M.

e Muenocapkoma.

o MuenonpoaudepaTUBHbIE IPOLECCHI,
CBsSI3aHHBIE C CUHIpOMOM [layHa:

— TPAH3UTOPHBI AHOMAJIbHBIM MUET0-

1093;
— MUEJOUIHBIA JE€MKO3, acCOLUUpPO-
BaHHBIN ¢ cuHApoMoM JlayHa.

e Onyxosib U3 OJACTHBIX TUIA3MOLIMTO-
WIHBIX AEHAPUTHBIX KJIETOK.

B 4-M uszpmanum knaccudukauuu BO3
(2008) mpennaraeTcs BbIIEJIEHUE CIEIYIO-
KUX OCHOBHBbIX Karteropuit OMJI u poa-
CTBEHHBIX HOBOOOPA30BaHUI M3 KJIETOK-
MpeaIecTBEHHUKOB:

1) OMJI co cTaOWIbHO BBISIBASEMBIMU
TeHETUIECKMMU aHOMAaJIUSIMU,

2) OMIJI ¢ u3MeHEeHMsIMU, CBSI3aHHBIMU
C MUEJONMCILIA3UEH;

3) MUeIouHbIE HOBOOOpa30BaHUS, ac-
COLIMMPOBAHHbBIEC C TEPATIUEIA;

4) OMJI, Hecneuu@uuupoBaHHbIE
WHBIM 00pa3om;

5) MueocapKkoMa;

6) MuenonpoaudepaTuBHBIE TTPOIECCHI,
CBsSI3aHHBIE ¢ CUHIpOMOM JlayHa;

7) HOBOOOpa3zoBaHUs M3  OJIACTHBIX
MJIa3MOLUTOUIHBIX TEHIPUTHBIX KIETOK.

B noarpymnmy OMJI ¢ NOBTOPSIIOLIUMUCS
TeHETUYECKUMHM aHOMAJIMSIMU K TIEPBBIM
YeTbIPeM HO30JIOTMYECKUM (hopMam, coep-
JKaBIIMMCSI B 3-M M3JaHMM KJaccuduka-
1IMM, J00aBJeHbl TPU HOBbIE, OXapaKTepH-
30BaHHBIC Ha OCHOBE XPOMOCOMHBIX TpaHC-
JIOKALMi ¥ OHOTUITHBIX LTUTOMOPGOIOTH -
YecKMX M KIMHWYecKux mpusHakoB: OMJI

A.9. Inysman

¢ t(6:;9)(p23;q34), OMIJI ¢ inv(3)(q21;q26.2)
nm t(3;3)(q21;926.2) u OMIJI (Merakapuo-
omactHbIif) ¢ t(1;22)(p13;q13).

Ho3zonoruueckass ¢opma, paHee BXO-
nuBINas B 3-e WM3maHuWe Kiaccudukanuu
BO3 nox nHazBanuem «OMIJI ¢ aHomanusi-
mu 1123 (MLL)», Obl1a nnepecMoTpeHa u
JeTajibHEe OXapaKTepu3oBaHa B OTHOIIE-
Hun MLL. bwuio moka3zaHo ydacTue
B TpaHciokauusix ¢ MLL 6osee 80 reHoOB-
MapTHEPOB, OKAa3bIBAIOILIMX BIUSHUE Ha
npupony Bo3HuKatomux OMJI. PekoMeH-
JIyeTcsl, 4YTOObl BapUaHT TpaHCIOKAIIWii
MLL Takxe yuyuThIBajCs MPU YCTAaHOBJIE-
HUM JOMarHosa, Hampumep OMIJI ¢
t(1;19)(q23; p13.3); MLL-ENL.

B noarpynmy OMJI co cTaGuIbHO BBISIB-
JISIEMBIMU TEHETUUYECKUMU aHOMAaIUAMU
B KAQUeCTBE «IpelBapUTEIbHbIX» (BPEMEH-
HBbIX) HO30J0TMYecKUX (opM BBeACHbI
cllydyau ¢ HaimuueM MyTauuii reHoB NPM1
n CEBPA. TloHamno0sTcsl NTOMOJHUTENb-
Hbl€ UCCIEAOBAHUS TSI UX TTOJTHOM Xapak-
TEPUCTUKM U BbIAEJEHUS B KauecTBe OT-
JeTbHBIX HO30JI0TUYECKUX (DOPM.

B Bune ormenpHOro BapruaHTta 3a001eBa-
HUSI He paccMmaTpuBatorcs ciaydyau OMIJI
¢ HanmnuueM Mytaumii reHa FLT3, Tak kak
TaKOBble OOHAPYXXUBAIOTCS MPU psilie Ipy-
rux Ho3ojorudyeckux ¢opm. OgHaKo 3Ha-
YeHUE ITUX MYTalUil Hellb3s HETOOLECHM-
BaTh: BaXHBIM SIBJISIETCSl UX OMpeneieHne
Yy BceX OOJIbHBIX C HOPMaJbHBIMU LUTO-
TeHeTUYEeCKMMU TIOKa3aTeIsIMU, BKJIIOYast
TeX, Y KOTOPBIX 0OHAPYKUBAIOTCSI MyTalluN
NPMI1 u CEBPA.

OnpeneneHHble yTOYHEHUS BHECEHBI
B TIOATPYMIY, TIpeXIe Ha3bIBaBIIYIOCS
«OMJI ¢ muenomucniasueit». IlepBoHa-
YaJIbHO MPEANOoJarajaoch, YTo 3Ta MOArpyI-
Ma J0JKHA BKJIIOYaThb YHUKAJIbHBIM B OMO-
jornueckoM otHomeHun OMII, xapakre-
PUBYIOIIUICS HATMYUEM MTPUCYIITIAX MUEJIO-
nucrnazun (MJC) npusHakoB, BKIIOYast
HeOJ1aronpusITHbIE XPOMOCOMHbIE aHOMa-
JIMY, BBICOKYIO YacTOTy TMIEPIKCIPECCUU
r€Ha MHOXECTBEHHOW JIeKapCTBEHHOU
YCTOWYHUBOCTH (MDR-1),
HeOJIaronpusITHBI OTBET Ha Teparnuio.
B kauecTBe yHUBEpCAIbLHO MPUHSITOIO J0-
MTOJIHUTEbHOTO MapKepa CBSI3aHHBIX C MU-
eJIOMUCITIa3Neil TIPU3HAKOB YYUTHIBAIUCH
MPU3HAKKU AUCTUIa3U1, OOHAPY XM BABLIMECS
B 50% 1 OoJiee KJIIETOK ABYX WU OoJIee JIn-
HUI remonoa3a. KnuHuueckast 3Ha4MMOCTb
BBIIEJICHUS Ha OTUX TMPUHIUIIAX JaHHOM
noarpynmnsl OMJI Obla TOATBEpXKAEHA
B psjie paboT. OnHAaKO MYJIbTUBAPUAHTHBII
aHaM3 C BKJIIOUYEHHEM LUTOTEHETUYEeCKUX
JMAHHBIX, TTIPOBEACHHBIN IPYTUMU MCCIIEN0-
BaTesIsIMU, TMOKa3al, YTO HaJuuyue MMeIo-
JIUCIUIa3UM HE HMMEET CaMOCTOSITeJIbHOTO
3HAUEHUSsI, OMNPENESIONIEr0 KIMHUYECKOe
TeueHue 3200J1eBaHUsI.

[Tocte mpoBemeHHOTO aHaM3a 3Ta MOJ-
rpynna 3aboJjieBaHWii Oblja IepeuMeHoBa-
Ha B «OMJI ¢ uamMeHeHUsIMU, CBSI3aHHBIMU
¢ Muenonucriiazueit». B Hee MoryT ObITh
BKJIIOYEHBI: OOJIbHBIE, Y KOTOPBHIX paHee
ObL1 goKyMeHTUpoBaH auarHo3 MJIC u
B nepudepuueckoii KpoBM WU KOCTHOM

IIponomkenne Ha ctp. 36.
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Mosre ompenensiercss 20% u Gonee GacT-
HBIX KJIETOK; MAallMEHThI, UMEIOLIE CTIELIU-
(uyeckue, cBSI3aHHBIE ¢ MUEJTOAMCILIA3U-
eif LUTOreHeTUYeCKrue aHOMaJluM; OO0Jb-
HBIE, Y KOTOPBIX 6osee yeM B 50% KiteTok
NBYX WJIK OoJsiee JUHUI MUEIOoNno33a oOHa-
PYXXMBaIOTCS MPU3HAKU AUCILIA3UU. Y T0-
cJieHel KaTeropuu mauydeHTOB MPU HaJIU-
YU HOPMaJIbHOTO KapWOTHUTIA ITOJIKEH
MPOBOAUTLCS aHATU3 HAa HAJTMYUE MyTalluid
BreHax FLT3, NPM1 u CEBPA. Eciiu oHu
OyIyT OOHaAPYyKeHbI, 3TO 00513aTE€JILHO JOJI-
JKHO YKa3bIBaThCs B TMAarHOCTUYECKOM 3a-
KJIIOUEHUHU.

B Hacrosiiee BpeMsi KIMHUYECKOE 3Ha-
yeHWe MyTalluii B OQHOM WM Oojee M3
yKa3aHHBIX T€HOB W UX POJIb B CTAHOBJIE-
HUU MOP(DOJOTUYECKUX MPOSIBICHUIT MUe-
JIONMUCIIJIA3UMU OCTAIOTCSl HEesSICHBIMMU. Pe-
3yJAbTaThl TOCAEAYIOUIUX HCCAeT0BaHUI
MOKaXyT, He Jydile JU KIacCUu(PUIIMpPO-
BaTb MOMOOHBIE CIyyau B COOTBETCTBUU
C BBISIBJIEHHBIMM T€HETMYECKMMHU aHOMa-
nusimu. [Toka xe skcneptbl BO3 pekoMeH-
IyIOT KiaaccuduuupoBath ux kak OMII
C U3MEHEHUSIMU, CBSI3aHHBIMU C MUEJIO-
JIUCTIIa3ueit (MyJIbTMJIMHEHHOM qucTIa3u-
eif), ¢ yKazaHWeM B MPUJIOXKEHUU MyTallk-
OHHOTO CTaTyca re¢HOB.

B noBoit knaccudukanuu BO3 coxpa-
HSIOTCSI B KauyecTBE CaMOCTOSITEb-
HOW MOATPYMIIbl MHUEJOUAHbIE HOBO-
o0pa3oBaHMsI, CBsSI3aHHBIE C Tepamueit
(T-OMJI/T-MAC wu T1-OMJI/T-MJC/
MuenonponudepaTuBHbIE HOBOOOpa30Ba-
Hust). OtnenbHble (OpMbI 3a00JIeBaHUIA
(r-OMIJI, T-MIC u npyrue) BbIACISIIOTCS
C YYETOM conepkaHus 0JacToB B mepude-
pUYECKON KPOBU U KOCTHOM MO3Te€.

boabIIMHCTBO OOJNBHBIX, Y KOTOPBIX
pPa3BUJIUCh CBSI3aHHBIE C Teparnueil HOBO-
00pa3oBaHUsI, TMOABEPTATIUCDH JIyYeBOW Te-
panuu, nojayJyaiyd alKWiMpyloume npemna-
patbl 1 MHTMOUTOPHI Torouzomepasbl 11,
TaK 4TO JaJibHEMIIee Toapa3aeaeHue 3ToM
MOATPYNIIBI 3200J7€BaHUN C y4eTOM TIpH-
MEHSIBIIMXCS MEIWKAMEHTO3HBIX CPEICTB
He MMeeT MPaKTUYeCKOro 3HaueHust U He
pekomeHayeTcs B 4-M M3naHuU Kiaccudu-
kauuu. [Ipennaraercs paccMaTpuBaTh MX
BCe KaK pa3sHOBMIHOCTU €IMHOTO B OMOJI0-
TMYECKOM CMBbIC/IE TTATOJOTMYECcKOro mpo-
1ecca Co CXOAHBIMU MOJIEKYJISIPHO-TEeHe-
TUYECKUMU TTPU3HAKAMU.

Cuuraercs, 4To y 90% GONBHBIX C ATPO-
T€HHBIMU HOBOOOPA30BAHUSIMU BBISIBIISI-
I0TCSl  IIMTOT€HETUYeCKHWe aHOMAaJuH,
UIEHTUYHbBIe Habmomaomumcs npu OMJI,
CBSI3aHHBIX C MUEJIOAUCIUIA3UE, WU TIPU
OMUJI co cTaOuIbHO BbISBISIEMbIMU TEHE-
TUYECKUMU aHoManusiMu. OnHaKo, 3a Uc-
KJIouyeHueM OosbHbIX ¢ T-OMJI ¢
inv(16)(p13.1g22), t(16;16)(p13.1;q22)
umm t(15;17)(q22;q12), xaMHUYecKoe Te-
yeHue 3a00J1eBaHMs Y MallMEHTOB C MUEJIO-
WIHBIMM HOBOOOPA30BaHUSIMU, CBSI3aHHBI-
MU C paHee TPOBOAMBIIECHUCS Tepanueiu,
3HAYMUTENbHO Tsikenee, yem mipu OMIJI
C TEeMU X€ T€HETUYECKMMU aHOMAJIMUSIMU,
pasBuBIlieMcsl de novo. DTU AaHHbIE CBU-
JIETeNbCTBYIOT O 3HAUYMMBIX OHMOJIOTHYEC-
KMX OTJIMYMSIX YKa3zaHHbIX (popm OMJI.

W3yyeHue SATPOTEHHBIX MUETOUIHBIX
HOBOOODPA30BaHUII MOXET MPOJUTh CBET Ha
MmaToreHeTUYeCKe MeXaHU3MBbl 3a00JieBa-
HUi, pasBuBatoluxcst de novo. Kiroue-
BBIM TMIPU 3TOM OCTA€TCsl BOIMPOC: MOYEMY
OMIJI paszBuBaeTcsl TOJBKO y HEKOTOPBIX
OOJBbHBIX, TMOABEPTIIUXCS HUACHTUYHBIM
TepaneBTUUYeCKUM BosneicTBusMm? I[lpu
YCTAHOBJIEHUH IMAarHO3a Y JaHHOM IPYIIIbI
00JIbHBIX 00513aTeIbHO YKa3aHWe Ha HaJIU-
yue TeX WM MHBIX crelubUIecKux aHo-
Manuii, Hanmpumep «OMIJI, cBSI3aHHBINH
¢ Tepanueit, ¢ t(9;11)(p22;q23)».

B noarpynmy ocTpbix MUETOUAHBIX Jeii-
KO30B, Hecnen(pUIIMPOBAHHBIX UHBIM 00-
pazom (OMJI HMO), BkiwouyawT ciyyau,
MPpU KOTOPBIX HE MOIYT ObITb MOJHOCTBIO
BBIMTOJIHEHBI TPEOOBAHUSI, MPEAbsIBIIEMbIe
I BepuduUKaUMKU APYruX KaTeropuit
OMUJI. B Hacrosiiiee Bpemsi B OMJI HAO
BxomaT 25-30% Bcex cmyyaeB OMIJI, KoTto-
pble HeJb3sd OTHECTU K IPYIUM YKa3aHHBIM
B BBILIETIPUBEIEHHON CXeMe KaTeropusiM.
KonnyecTBo 00IbHBIX, OTHOCUMBIX K JaH-
HOI KaTeTopuM, OYIET MOCTETIEHHO YMEHb-
aThCsl MO Mepe UICHTUPUKALMKU HOBBIX
reHeTudyeckKux pasHoBugHocteir OMJL.

Ha Bctpeue skcneproB BO3 u knuHu-
LIMCTOB — YWICHOB HAOIIONATEIEHOTO KO-
muteta (CAC) — obcyxaacst BOpoc, He-
00XOJIMMO JIM PeKOMEHI0BATh MPOBEIeHUE
cyokimaccudukanuu BHYTPU BTOM mom-
TPYNIBl B COOTBETCTBUU C KPUTEPUSIMU
npexHeit PAB-knaccupukauny Uiad He-
00X0JIMMO TTPOCTO 0003HAYATh TaKUe CIIy-
yau kak OMJI HHUO. YrBepauiau nocien-
Hee mpennoxenue. B momrpynmy OMIJI
HWO, yuyutbiBas uX MPOrHOCTUYECKYIO
3HAYUMOCTb, ObUIM BBEEHbI TAKWUE PA3HO-
BUIHOCTH 3a00JIeBaHU, KaK OCTPBIil Mera-
KapuoOJacTHBINM JIeliK03, OCTphIii 0a30-
(unbHBIA JIEHKO3, OCTPBIA MaHMHUEN03
¢ Muea0dubpo30oM, 3pUTPOOIACTO3.

B HoBol1 kinaccudukanuu BO3 B yuncie
OMIJI u poncTBEHHBIX HOBOOOpPAa30BaHMIA
U3 KJIETOK-TIPEIIICCTBEHHUKOB TPEACTaB-
JIeHa TakxXe Muejocapkoma, SIBISIoNasics
M0 KJIMHUYECKUM TMPOSIBJIEHUSIM IepBO-
HayaJabHO BKCTPaMEeIY/ISIPHON OIyXOJIbIO
1 M3BECTHASI TaKKe IO/l Ha3BaHUEM IpaHyJIo-
LIMTapHO CapKOMBbI, WIK XJIOPOMbI. Ouaru
MOpaxXeHusl, peacTaBlIeHHbIe OJaCTHBIMU
KJIeTKaMU OTHON WM 0ojiee MUETOUIHBIX
JIMHUM, MOTYT OOHapyXHBaThCcs B KOXe,
opraHax XeJyI0YHO-KMIIIEYHOrO TpakTa U
MpelecTBOBAaTh WM COMYTCTBOBATb MH-
(bunbTpaliy KOCTHOTO MO3ra ¢ MOCAeny0-
UM TIOSIBJIEHUEM JIEUKEMUUECKUX KIETOK
B nepudepuueckoit Kposu. B ciydae nosiB-
JIEHUsI MUeJlocapkoMbl de novo oHa Mpu-
paBHuBaetcst K OMJI, u nanbHeiiias ee ka-
TEropu3alus U OTHECEHHWE K TeM WJIU UHBIM
BapuaHTaM 3a00JieBaHMWSI TIPOBOIUTCS
C yYeToM UUTOMODP(DOJOrHYECKUX, UM-
MYHO(DEHOTUITUYECKUX U MOJEKYISIPHO-
TreHEeTUYECKUX TpU3HAKOB. Bo3HUKHOBe-
HUE MHETOCAapKOMBI MOXET OBITh TaKXe
MposIBJIeHUEM peluanBa y 6osbHbIX OMJI,
MOABEPraBIIMXCs Tepanuu, Uin mokKazaTe-
JIeM TIporpeccUupoBaHMsl 3a00JeBaHUS U
nepexoia B CTaauMlO 0OJaCTHOTO Kpu3a
y OOJIbHBIX C paHee YCTAaHOBJIEHHBIM AWa-
rHo3zoM MJIC wiu muenonponudepaTus-
HOI0 HOBOOOpPAa30BaHMSI.

Eme onHa kareropusi, OTHECEHHas
K OMJI u poacTBeHHBIM HOBOOOpa3oOBa-
HUSIM U3 KJIETOK-TPeIIeCTBEHHUKOB,
BKJIIOUAET MUEJONpoaudepaTuBHbIE TTPO-
LIecChl, CBSI3aHHBIE ¢ CHHApoMoM JlayHa
(TpaH3UTOPHBI aHOMAJIbHbBIN MHUEIONO33
U MUEJIOUIHBIN JIEKO3, acCCOUUUPOBAH-
HbIl ¢ cuHapomoM JlayHa). [locnegHwuii
ouonornyecku uageHtnyeH MJIC, accouu-
MPOBAaHHOMY C CMHApOMOM JlayHa, 03To-
My B kiaccudukanuu BO3 onu paccmar-
pUBAIOTCS B KauyecTBe €JIMHON HO30JI0TU-
yeckoil ¢opmbl. MuenonpoandepaTus-
HbIE TIPOLIECCHI, CBI3AaHHBIE ¢ CUHIPOMOM
[JayHa, UMeIoT 0coOble KITMHUYECKUE, ITUTO-
MopdoJioTuYeckrue, UMMYHODEHOTUNH-
yecKue UM MOJIEKYJISIpPHO-TeHEeTUYeCcKue
NMpU3HAKW, BKJIOYass M MyTallMM TeHa
GATALI, nos3sosswowue nuddepeHupo-
BaTh UX C APYTMMU MUEJIOUIHBIMU HOBO-
00pa30BaHUSIMMU.

K aT0il moarpynne 3abojieBaHUIl Takxke
OTHEeCEeHa OTTYXOJIb M3 OJIACTHBIX TITa3MOIIH-
TOUAHBIX NEHAPUTHBIX KJIETOK (MW TIa3-
MOLIMTOMIHBIX MOHOLMTOB), aCCOLUMUPY-
IOIIAsICSI C BBICOKOW YaCTOTOM TOpaKeHUs

KOXHM, KOCTHOIO MO3ra U BbISIBIEHUEM
JlefiKeMUUecKuX KJIEeTOK B mepudepuyec-
KOU KpPOBHU.

KpaTko ocTtaHOBMMCS Ha XapaKTepucC-
TUKE OCHOBHBIX I'pynIl 3a00JieBaHUiA, BbI-
NiesieMbIX B COOTBETCTBUMU C HOBO# KJjiac-
cudukanueit OMJL.

OMI co cGanancupoBaHHbIMU
IIIIJHH[:lIIlKﬂllIIﬂMII/IIHBE[I[:II!IMII

DTa rpymia xapakTepu3yeTcs HaTnIrueM
B JIEMKEMUYECKUX KJIETKaX MTOBTOPSIIOLINX-
cs (PEKYpPPEHTHBIX) TeHETUUYEeCKUX aHOMa-
nmii. HauGonee yacTo MaeHTUGUIUPYIOT-
ca  cbajaHCMpPOBaHHBICE  AHOMAJIWM:
t(8;21)(q22;q22), inv(16)(p13.1;q22) wunu
t(16;16)(p13.1;922), t (15;7)(q22;q12) u
t(9;11)(p22;q23). Kaxknmass M3 ykKaszaHHBIX
CTPYKTYPHBIX TIEPECTPOEK XPOMOCOM TIpU-
BOAUT K 00pa30BaHUIO CIMTHOTO TeHa, KO-
NUPYIOIEero XMMEPHbIN 00K, Urpaoiie-
T'O BaXHYI0 POJib, HO HEJOCTATOUHOTO IS
VHUIMALUM TIaTOJIOTUYECKOTo TIpoliecca.
MHorue u3 3TUX TpaHCJOKalUi omnpene-
JISIIOTCSI C TTOMOUIBIO MOJMMEPa3HoM el -
HOIi peaKLMM ¢ 00paTHOM TPaHCKPpUIILIUE
(OT-IILP), obnanaromieii 6os1ee BbICOKOM
YyBCTBUTENbHOCTBIO (1x107°), yem 1uTO-
reHeTnyeckuii ananus (1x10?).

OMI ¢ t[8:21])(g22;922);
RUNX1-RUNX1T1

DOra rpymnmna coctasisieT 0KoJio 5% Bcex
ciyuaeB OMJI u 10% OMJI M2 (1o ®PAB-
knaccupukauuun). BcTpeuyaetcs mpeumy-
LIECTBEHHO Y MOJIOABIX MalueHToB. Penko
JIWarHocTUpyercss y AeTeil mo 3 JjeT u
y 60J1bHBIX cTapiie 60 jerT.

IIpeanonaraemMbplii HOpMaJbHBINA aHa-
JIOr — MMEJOMUIHAsl CTBOJOBas KJET-
Ka ¢ moTeHIMWed auddepeHUpoBKU MO
HEUTPODUILHOMY psIIy.

3abosieBaHUE BIIEPBbIE MOXET MPOSIB-
JIATBCS B BUJE U30JIMPOBAHHON OMYXOJIU —
MUEI0CapKOMBbI. B Takux ciydyasix MHULU-
aJlbHOEe colepxKaHue 0JJaCTOB MOXET OBbITh
Huxe 20%.

Mopdonrorusa m unutoxumms

O6bmass Mopdosiornyeckass KapTUHA
BKJIIOUAeT HaJlM4ue KPYIMHBIX OJIACTHBIX
KJIETOK C OOIIMPHOI 06a30(UIIBHON LIUTO-
IUIa3MOM, colepxkaleil MHOTOUYUCIEHHbIE
as3ypoduabHbIE TPaHYJIbl, C 30HON TMepu-
HYyKJIeapHOTO TIPOCBeTIeHUs. B HeMHOTrux
ciyyasx B Osiactax OOHapyXMBAIOTCS
OYeHb KpYMHbIE TpaHyJbl (ICEeBIOTPaHY-
JIBI, CXOKMe ¢ TAKOBBIMU cuHApoMa Yenu-
aka-Xuracu). B 61acTHBIX KJI€TKax U 3pe-
JIBIX HEUTPOMUIBHBIX JIEMKOLIMTaX MOTYT
omnpeaeaaTbesl nanoyku Ayspa. Hapsoy
C KPYNHBIMU OJACTHBIMU  KJIETKaMu
MIPUCYTCTBYIOT U OoJiee MelKue (TIperumy-
IIECTBEHHO B Mepudepuyeckoin KpoBH).
B xocTHOM Mo3re omnpenensitorcsi nmpo-
MUEJIOLMUThI, MUEJIOLIMTHI U 3pejible HeMTpo-
(bunabHBIE TEHKOIUTHI ¢ TPU3HAKAMU THUC-
MJIACTUIECKUX U3MEHEHMI, CXOXUX C aHO-
Manueii neiikouutoB [lenbrepa. Hepenxo
BBISIBJISIETCSI QTUIKSI B OKpAacKe LUTOIIa3-
MBI 3pEJIbIX KJIETOK, KOTOpasi MOXET ObITh
TOMOTE€HHO PO30BOI WJIM COAEPKATh KPYIT-
Hble BKJIIOYEHMS] — TaK Ha3bIBaeMble «03€-
pa 1BeTa ceMru». YacTo yBeIUYEHO KOJIM-
YeCTBO HE3peNbIX KJIETOK 303MHOMUIBHO-
TO psijfia, HO 63 UUTOJIOTUIECKUX U IIUTO-
XUMUYECKUX aHOMAJIMI, XapaKTepHbIX s
OMUJI, accollMupoBaHHOTO C AaHOMAJIUSIMU
16 xpomocombl. Hepeako ormedaercs
MOBBIIIIEHHOE cojepxXaHue 0a30(puioB
WU/WAM TYYHBIX KJIETOK. MOHOLMTApHBIA
KOMITOHEHT O0BIYHO peAyLUPOBaH WU OT-
CYTCTBYET. DpUTPOOJACTH U Merakapuo-
LIUTHl B KOCTHOM MO3re MOP(OJIOrMIeCcKH
HEe OTJIMYAIOTCS OT OOHapyKMBaeMBbIX
B HopMme. Penkue ciayyau ¢ cojepkaHueM
0yacToB B KOCTHOM Mo3re MeHee 20%,

accounuupytommecs: ¢ t(8;21)(q22;q22),
JIOJKHBI THarHOCTUpOBaThcsl Kak OMIJI,
ane MIC.

B GyracTHBIX KJIeTKax OTMEYaeTcs TI0JI0-
JKUTENIbHAs peaKIns Ha MUEJIOIepOKCHIA-
3y (MITIO) B Buzme yMepeHHOI paBHOMep-
HOM mMdGY3HOM OKpacKW LMTOILIA3MBI.
[MonoxuTenpHasT peakius HaOI0maeTCs
TaKXe TPHU BBISIBJICHUM aKTUBHOCTH Had-
Ton-AS-D-xnopaneraractepasbl (XAD),
cnabas — Mpu OMpeleIeHUd aKTUBHOCTHU
kucioit pocdarassl. Lluromnazma 61acToB
HE OKpaIllBacTCs IMPU IMOBBIMICHHON aK-
TUBHOCTHU Hecreuudurueckoi o-HadTua-
ueraractepassl (HD) u xucnoit Hecrieuu-
(uueckoit acrepassl (KHD). IMpu npose-
neHun PAS-peakuuuy ormedaeTcs ciaboe
WK ymepeHHoe nud@y3Hoe oKpalluBa-
HUE LIUTOTIa3MBbI JIEHKEMUYECKUX KIIETOK.

UmmyHodeHoTHN

Y o6oabmuHcTBa 607BHBIX OMIJI ¢
t(8;21)(q22;q22) 6aacTHBIE KJIeTKH 0b1ana-
I0OT XapaKTepHbBIM WMMYHO(MEHOTUTIOM.
OHU OTIMYAIOTCSI BBICOKOW 3KCMpeccueit
Ha TIOBEPXHOCTHBIX MeMOpaHaX aHTUTCHOB
CD34, HLA-DR, nanuuuem MITO u CD13
n chnaboit akcrpeccueit antureHa CD33.
BracTHBIE KJIETKM OOHAPYKUBAIOT TIPU3HA-
KU TpaHyJOIUTapHOU ardbdepeHIIMPOBKH,
COIPOBOXKIAIOIIEIHCST IKCIIPECCHE aHTHTe-
Ha CD15 u/umu CD68. MHorma B 611aCTHBIX
KJIETKAX OIpPENeISIIOTCs MPU3HAKU aCUHX-
POHHOTO CO3pEBaHUs, UYTO IPOSIBISICTCS
B OJHOBPEMEHHOM KO3KCIIPECCHM aHTHTE-
HoB CD34 u CDI5. Ha nelikemuueckux
KJIETKAaX HEPEAKO BBISBISETCS KCIIPECCHS
Jumbounnsix Mmapkepo CD19 u PAXS u
BO3MOXHA 3KCIIPECCHUST IIATOILIa3MaTH4eC-
koro aHtureHa CD79a. B HekoTOpbIX ciy-
qasix oOHapyXMBaeTcsl cllabasi dKCIpeccust
TEPMUHATBHON T€30KCUHYKIICOTUIVITPAH-
cepasbl (TdT) u umeroliass Hebaronpu-
STHOEC IIPOTHOCTUYECKOE 3HAYCHHE 3KC-
npeccus antureHa CD56.

AaHHble LMTOreHeTM4YecKoro
M MOAEKYASIPHO-TEHETMYECKOr0 aHaAu3a

B mepecTpoiiku, accorMMpOBaHHBIE
C pa3BUTHEM JAHHOI (hOPMBI OCTPOTO JIeki-
KO3a, BOBJIEUEHbI T€HbI 00OMX TeTepONIHU-
MEPHBIX KOMITOHEHTOB KJIIOUEBOTO OEJIKO-
Boro komiuiekca CBF (core binding factor),
RUNXI1 (u3BecTtHOro takxke kak AMLI
wii CBFA) u CBFB. B TtpaHcnokamnuio
t(8;21)(q22;q22) BoBaeyeH reH RUNXI,
koaupytonuit o-cyorenunuily CBE u ren
RUNXIT1 (ETO). B xierkax OOJbHBIX
OMJI ¢ nogoOHOIT TpaHCIOKALIMEH MOCTO-
SIHHO OTpeessieTcsl TPAHCKPUNT CJUTHOTO
renHa RUNXI-RUNXITI (AMLI1/ETO).
®akTop Tpanckpunuuu CBF urpaer Bax-
HYIO pOJib B TIpoOliecce KPOBETBOPEHUSI.
TpaHcdhopmalus, cBg3aHHas ¢ 00Opa3oBa-
HueM RUNXI-RUNXITI, BeposiTHO,
BCJIEACTBUE aOeppaHTHOU PEKPYTUPOBKU
SIIGPHBIX TPAHCKPUITLIMOHHBIX KOperpec-
COPHBIX KOMILIEKCOB BeleT K TPaHCKPUII-
LMOHHOM pernpeccu HOPMaJTbHBIX T€HOB-
mumeHeii RUNXI. Ipumepro y 70% mna-
uveHToB ¢ t(8;21)(q22;q22) obGHapyxXuBa-
I0TCSl  TOMOJHUTEIbHbIE XPOMOCOMHBIE
aHOMaJuU, TaKue KakK TMOTepsl TMOJIOBOI
xpomocombl uiu del(9q) c yrpatoit 9q22.
V nereit ¢ CBF-accounnpoBanHeiM OMJI B
30% ciydaeB OIPeIeIISTIOTCSI BTOPUYHBIC MYy-
tauuu reHoB KRAS wim NRAS. Myrauun
reda KIT BoisiBistiorest y 20-25% GOSIBHBIX 1
XapaKkTepU3yIOTCsl HEOIAronpUsITHBIM TPOT-
HO30M.

Mporvo3
OMIJI ¢ t(8;21)(q22;922) 0OBIYHO Xapak-
TEPU3YETCS XOPOUIEW peakuuen Ha Tepa-
MU0, BBICOKOW YacTOTOW HACTYILICHMUS
MOJIHOW PEMUCCUM U JUTUTEJbHBIM TIEPUO-
JIOM BbIXKMBAE€MOCTH 0€3 MPOSIBJICHUS TTPU -
3HAKOB 3a0o0JieBaHUSI B clydyae JieueHUs
BBICOKMMH J103aMU 1MTapabuHa B ¢asze
KOHCOJIUAAIIUH.
[ ]

IIponokenue cienyer.
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