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(MEPECMOTP 2016 .)

Paccmompennvt ocHogHbIe NOA0IICEHUS nepecmompa Kaaccugurayuu Beemuproi
opeanu3ayuu 30pagooXpaHeHus MUeAoUOHbIX HOB000PA308AHULL U OCIPBIX Aeli-
K0308, npogederroeo 6 2016 e. IIpusedervl 0CHOBHbIC OMAUULS, BHECEHHblE & Ne-
PeCMOMPEHHYI KAACCUPUKAUUIO, 8 CDAGHEHUU C 4-M U30AHUEM KAACCUPDUKAYUU
(2008 e.). Yxazanvt ocHosHble (hopmbL MuesonposughepamusHvix H08000paA306a-
HUI U OCMPBIX AelIK0308, 8blOCASEMble COAACHO NePeCMOMPEHHOU Kaaccupu-
Kayuu, U 0CHOBHble Kpumepuu OuaeHOCMUKY smux gopm. Bepupukayus no3o-
A02UMECKUX (POPM U 8aAPUAHMO8 ONYXO0el KDOBCTNBOPHOU U MUMPOUOHOU mKa-
Hell 0CHOBbI8ACMCA HA 2UCMO2EHeMUHECKUX NPUHUUNAX ONpedeeHUsl AUHEIHOT
NPUHAONEICHOCMU U YDOBHS OUu@ghepeHyupo8Ku mpanHc@opmMupo8anHvlx Kie-
MOK ¢ y4emom noCAeOHUX OGHHBIX 0 CHeUUGUUECKUX YUMOLEHEMUHECKUX U MO-
NEKYAAPHO-2eHEMUYEeCKUX AHOMAAUSX, YN0 N036015em NPO0OUms duggpeper-
UUAAbHYI0 OUGCHOCMUKY IMUX 30001e6aHUI U CHOCOOCMEYEm COBEPUICHCME0-

B8aHUI0 MEM0006 mepanuu.

B 2001 u 2008 r. BcemupHoIi opraHu3anueii 3apa-
BooxpaneHus (BO3) B corpynnuyectse ¢ EBponeiickoit
accoumalei rematonaTojoros 1 OOIIECTBOM reMaTo-
naTtosioroB CIIA Obl1M npencraBieHbl 3-¢ 1 4-e uzna-
Hust MmoHorpaduu «Kiaccupukauus BO3 onyxosneit
KPOBETBOPHOI1 1 nuMdounaHoit TkaHei» [1, 2]. Kmac-
cudukaunst BO3 ocHOBbIBaeTCSl Ha TMCTOTEHETUYECKUX
TPUHIIMTIAX OTIPeAeIeHUS JIMHEWHON TTPUHALIEKHO-
CTU 1 ypOBHS A GepeHIMPOBKU TpaHCHOPMUPOBaH-
HBIX KJIETOK. BbIneneHune oTaebHbIX HO30JI0TMUECKIX
¢opm 1 BapriaHTOB reM00J1aCTO30B IMTPOBOAUTCS C yue-
TOM KJIMHUYECKUX TTPU3HAKOB, JAHHBIX, IMOJYISHHBIX
C MICTIONTb30BaHEM MOP(OJIOTMUECKIX METOIOB UCCIIe-
TOBaHUS (TUCTOJIOTUYECKMX, ITUTOJOTUICCKUX U IIH-
TOXMMMYECKUX), PE3YIbTaTOB UMMYHOMEHOTUIINPO-
BaHUSI, IIUTOTEHETUIECKOTO M MOJIEKYJISIPHO-TeHETH -
YeCKOT0 aHaJIn3a.

B mocnenyromine ronbl ObLT JOCTUTHYT 3HAUUTEIIb-
HBI Tporpecc B UACHTU(MUKALMU YHUKATbHBIX OMO-
MapKepoB, aCCOIIMUPOBAHHBIX C OTIETbHBIMU (hopMa-
MM MHUEJIOUIHBIX HOBooOpa3oBaHuii (MH) 1 ocTpsix
neiiko3oB (OJI). Crenuduyeckue UTOreHETUYECKHE
1 MOJIEKYJISIDHO-TEHETUYECKUE aHOMAIMU CTAHOBSITCS
KJTIOYeBBIMU JTUATHOCTUYECKUMU WJIM TIPOTHOCTHYE-
ckumu Kputepusmu. [1o mEeHno Kimmangaeckoro Ha-
omonarenbHoro komuteta (2014), B coctaB KOTOPOTo
BXOAUT okosio 100 Bemylmnx crenuaacTOB-T1aToOJIOrOB,
reMaToJIOroB, OHKOJIOTOB, TEHETUKOB U3 MHOTUX CTPaH
MMpa, CETOMHS CTAHOBSITCS peaTbHBIMI BO3MOKHOCTH
HX IIIMPOKOTO IIPUMEHEHMSI B KIIMHUYECKON MMPaKTUKE.

OcnoBnble noatunsl MH u OJI, BbiaensieMble B MO-
nepHu3upoBaHHON Kitaccudukauuu BO3 (nmepecMmotp
2016 r.), mpeacTaBieHbl B TAOIMLIE.

MUWENONPOJINDEPATUBHDIE
HOBOOBPA30OBAHUYA

Kareropus MITH He mpeTepniesna CylecTBEHHBIX
M3MEHEHUIA 1o CpaBHEHMIO ¢ 4-M U3JaHueM Kiaccudu-
karyu 2008 1. B T0 ke BpeMsI OTKpBITHE HOBBIX MyTaLIWIA
M yJayqlIeHHOe TTOHUMaHue MOP(MOIOTUIECKUX TTPU-
3HAKOB, HECOMHEHHO, TIOBJIMSIJIA Ha COBEPIICHCTBO-
BaHME TMATHOCTUYCCKNX KPUTEPUEB MPU OTIEIBHBIX
HO30JIOTMYeCKUX (popMax MaToJIOrMuyeckKoro mnpoliecca.

Xponuueckuii mueaoaeiixoz (XMJI). BonpIImHCTBO
ciayyaeB XMJI BCR-ABLI" B xpoHu4ecKkoil ¢aze nua-
THOCTUPYIOT Ha OCHOBE HCClIeTOBaHUs nepudepuye-
ckoii kposu (ITK) u onipenenenus t(9;22)(q34.1;q11.2)
unu BCR-ABL I 6onee crieurruIeCKMMU MOJEKYISP-
HO-TEeHETUYECKUMU METOAaMU, YTO KpaifHe BasKHO TSI
MOHUTOPUWHTA TeUeHMS 3a00JIeBaHUS B 3py TIPUMEHE-
HUSI UHTUOUTOPOB TUPO3UMHKMHA3EI. [lonydyeHue myH-
KTaTa KocTHOro Mo3ra (KM) BaxkHO mJIsI IpOBeIeHUS
KapuOTUITMPOBAHUS K MOP(OJOTUIECKOM XapaKTepH-
CTUKU (pa3bl 3a00J1eBaHMS.

Jnst iuarHocTuku 6jJactTHoro kpusza XMJI Heobxo-
numo Hanuuue > 20% 6nactoB B I1K v KM. Oco-
OCHHO BaxKHOM sBIsIeTcs nruddepeHINAILIS 01acTHO-
ro Kpu3a MUEJIOUIHOTO 1 JUM(POUIHOIO TUIIA Ha OC-
HOBE TPOBEACHUS [IUTOXMMHUIECKOTO MCCIICIOBAHUS
1 UMMYHOGbEHOTUNTUPOBaHUS [4].

OcHoBHble Kputepun BO3 m1s1 1MarHoCcTUKY peKo
BCTPEUAIOIIETOCS XPOHU4eCKUll HellmpopuabHbLil AeiKo3
(XHJI): Konu4ecTBO JIEHKOLIMTOB B KPOBU > 25« 10°/1
(B TOM 4uCJIe CETMEHTOSIIEPHBIX U MAJIOYKOSACPHBIX
HelTpoduios > 80%), OTCyTCTBHE TPU3HAKOB AUCTPA-
HYJIOLIUTOMO033a, KOJMYECTBO MOHOLMTOB < 1°*10%/1,
TUIepKIeTOYHOCTE KM ¢ KOTM4IecTBOM MUEI00IacTOB
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Tabnuua
MepecmoTpeHHas knaccudukauus BO3 muenonaHbix HOBO0OpPa3oBaHUi U OCTPbIX Neitko30e 2016 r. [3]

MuenonponudepatmeHbie HoBooOpa3osanus (MIMH)
XpoHuyeckuii muenoneiikos (XMJ1), BCR-ABLT*
XpoHuyeckuii HenTpodunbHbIN Neinkos (XHJT)
McTuHHas nonuuutemmus
NepBuyHblii Muenoputdpos (MM®)
NM®, npednbpo3sHas/paHHas cTagus
MM, aBHas Gpubpo3sHas cTagus
9cceHumanbHas TpoMboumnTeMus
XpOHWUYECKUIt 303UHODUIBHBIN NEIAKO3, HEYTOYHEHHDIN
MITH Heknaccuduumpyemole
MacrouuTo3
MwuenougHbie/nuMdbonaHbie HOBO0GPa3oBaHUs ¢ 303UHOGUNMEI 1 NepecTpoiikoit reHoB PDGFRA, PDGFRB wnv FGFR1 nu6o ¢ PCM1-JAK2
MwuenonaHsie/numdonaHsie HoBoobpasoBanus ¢ nepectpoiikoit PDGFRA
MuenongHble/numdonaHble HOBOOOPa3oBaHus ¢ nepecTpoiikoit PDGFRB
MuenoungHsle/numdonaHbie HOBOOOPa30BaHMS C NepecTpoiikoit FGFR1
lpenBaputensHas popma: MuenovaHsie/numeongHsie HoBoobpasoanus ¢ PCM1-JAK2
Muenogucnnactmyeckue CUHAPOMbI/MuenonponudepaTuBHbie HoBoo6pasosanus (MAC/MMH)
XpoHWU4eckuii MUeNnoMoHoLMUTapHBbIR neitko3 (XMMJT)
Atunuyeckuit xpoHuyeckuii muenoneiikos (aXMJ1, BCR-ABL1-)
IOBEHUNbHBIN MUENOMOHOLUTAPHBIA Neiiko3 (KOMMJT)
MAC/MIH ¢ konbueBbiMu cugepobnactamu u Tpombountozom (MCA/MMH-KC-T)
MAC/MMNH HeknaccuduumpoBaHHble
Muenoaucnnactuyeckue cuiapomsl (MAC)
MZC ¢ ogHonuHeHoI gucnnasueii
MZC ¢ konbuesbiMu cunepobnactamu (MLC-KC)
MAC-KC n ogHOnMHeliHas aucnnasus
MIC-KC n mynbTunuHeiiHas aucnnasms
MZC ¢ MynbTunuHenHol aucnnasmeii
MJC ¢ n36biTkom Gnactos
MZC ¢ nzonuposanHoit del(5q)
MZIC HeknaccudpuLMpoBaHHbIi
lpeasaputensHas popma: PegpaktepHas UMToneHns eTCKoro Bo3pacra
MuenouaHele HOBOOOPa30BaHUs C HACNEACTBEHHON reHeTUYECKON NPefpacnonoXeHHOCTbIO
OcTpbie MuenoupHbie neiikosbl (OMJ1) n poacTeeHHble HOBOOGpa3oBaHus
OMJT ¢ NOBTOPSIHOLMMUCS TEHETUYECKUMI aHOMANNAMN
OMJ1 ¢ 1(8;21)(q22;922.1); RUNX1-RUNXTT1
OMJ1 ¢ inv(16)(p13.1922) unu t(16;16)(p13.1;922); CBFB-MYH11
OMIJT (npomuenouuTapHblii) ¢ PML-RARA
OMJ ¢ t(9;11)(p21.3;023.3); MLLT3-KMT2A
OMJ1 ¢ (6;9)(p23;934.1); DEK-NUP214
OMJ1 cinv(3)(q21.3926.2) nnn £(3;3)(q21.3;926.2); GATA2, MECOM
OMJ1 (merakapuobnacthblit) ¢ t(1;22)(p13.3;q13.3); RBM15-MKL1
peasaputensHas ¢popma: OMJ1 ¢ BCR-ABL1
OMIJ1 ¢ myTupoBaHHbiM NPM1
OMJ1 ¢ buannensHeiMu MyTaumsmu CEBPA
MpeasaputensHas popma: OMJ1 ¢ mytuposanHsim RUNX1
OMJ1 ¢c n3MeHeHusiMKN, CBA3aHHBIMU C MUeNoaucnnasuei
MuenoungHbie HOBO0Opa3oBaHus, CBSI3aHHbIE C Tepanuei
OMJ1, HeyTO4YHEHHbIE
OMIJT ¢ MUHUMaNbHBLIMK NPU3HaKamMK AU HEPEHLMPOBKM
OMJ1 6e3 npru3HaKkoB CO3PEBAHUS
OMIJ1 ¢ npu3Hakamm co3peBaHnus
OcTpblii MMENOMOHOLMTAPHBI NEeiiko3
OCTpblit MOHOBAACTHbI/MOHOLMTAPHBIN NENKO3
YUCTBIA (MCTUHHBINA) 3PUTPONAHDIA NEeiko3
OcTpblit MerakapuobnacTHblii neiiko3
OcTpbiit 6a30dpunbHbIN Neiko3
OcTpblii naHMneno3 ¢ Muenodubpo3om
MuenounaHas capkoma
MuenounaHbie nponudepauum, cBa3aHHble C CUHAPOMOM JlayHa
IMpexoasiumini aHoManbHblii MUENON0a3
MuenounpaHbIi Neitko3, aCCOLMMPOBAHHBIN C CUHAPOMOM [layHa
HoeooGpa3oBaHue U3 GNACTHLIX MIA3MOLUTOUAHBIX AEHAPUTHBIX KNETOK
OcTpbie neitko3bl (0J1) HeonpeaeNeHHOro IMHEHHOro NPONCX0XAEHNS
OcTpbiit HeaMdPepeHLMPOBaHHII Neiiko3
OJ1 co cmewanHbIM deHotunom (ONICD) ¢ t(9;22)(q34.1;q11.2); BCR-ABL1*
OJIC® c t(v;11g23.3); c nepectpoitkoit KMT2A
OJIC® B/MuenonaHblit HeYTOYHEHHBI
OJIC® T/MuenounaHblit HeYTOYHEHHBI
B-kneTouHble nuM¢pobnacTHbie NeiiKo3bl/AMM¢poma
B-KkneTouHblil MM 0oBNacTHbI Neiko3/MMMPOMa HeYTOYHEHHbII
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MpoponxeHne TabnnLbl

B-KkneTouHblit numMdo6nacTHbIi Neiikos/nMmdoma ¢ runepaunaouLHOCTbIO
B-kneTouHblit nuMb061aCTHbI Neiiko3/MMMdoMa C runoaunNoUAHOCTbI0

T-kneTtouHblii nuMdoOnacTHbIi Neitko3/numdoma

lpeasaputenbHas popma: JinmeobnacTHbiii neiikos/numeoma u3 EK-knetok

B-KkneTouHblii numMdo6nacTHbIi Neiiko3/nMmdoma ¢ NOBTOPSIOLLMMIACS TEHETUYECKUMU aHOMANSIMU
B-KknetouHblii numdobnacTHblii neitkos/numdoma ¢ 1(9;22)(q34.1;q11.2); BCR-ABL1

B-kneTouHblit numdobnacTHblii neiikos/mumooma c t(v;11923.3); ¢ nepectpoiikoit KMT2A
B-kneTtouHblii numdbobnacTHblil neitkos/numdoma ¢ t(12;21)(p13.2;q22.1); ETV6-RUNXT

B-kneTouHblii numdbobnacTHblii neitkos/numdoma c t(5;14)(q31.1;932.3); IL3-IGH

B-KkneTouHblit numdobnacTHblii neitkos/numdoma ¢ t(1;19)(q23;p13.3); TCF3-PBX1
lpeaBaputenbHas popma: B-knetouHbiii iumpobnactHbiii neiikos/mmpoma BCR-ABL1-nogo6HbIi
lpesBaputensHas popma: B-knetodHbiii ium@obnactHsiii neiikod/numepoma c iAMP21

lpeasaputensHas popma: JiumpobaacTHbIii 1eHK03 13 paHHUX T-KNeTOK-NPeALeCcTBeHHUKOB

< 5% Bcex sapocomepXKalluxX KJIETOK, HaIudKle MyTa-
umit CSF3R T6181 pu oTCYyTCTBUM MEePECTPOEK FeHOB
PDGFRA, PDGFRB, FGFRI wim PCM1-JAK2.

Macmoyumo3 B COOTBETCTBUU C HOBbIMU IPEACTaB-
JIeHUsIMU OoJibllie He BXxoauT B uncio MITH, a paccma-
TPUBAETCS B KQUeCTBE CAMOCTOSITCIbBHOM HO30JI0TMYe-
CKOIT (DOPMBI ¢ YHUKATbHBIMH ITATOMOP(OIIOTUIEeCKH -
MM ¥ KITMHUIECKUMHU ITPU3HAKAMU — OT WHIOJCHTHBIX
KOXKHBIX IPOSIBJICHUI 10 aTPECCUBHOTO CICTEMHOTO 3a-
OoJieBaHUS.

Cyl11ecTBEHHOMY ITepeCMOTPY ITOABEPIINCH B CBSI3U
C MOSIBJIECHUEM HOBBIX TaHHBIX MOJICKYJISIPHBIX HCCIe-
JIoBaHUl Kputepuu auarHoctuku BCR-ABLI- MITH
(XHJI, uctunrnas nonumureMusi, [IM®, scceHLanb-
Hast TpoMbonmTemMust). 1o MHEHIIO aBTOPOB MoIep-
HU3UPOBAHHOM KJIacCU(UKALINM, HanOOoJIee BasKHBIM
IIJIST TIOATBEP>KIEHUSI KJIIOHAJIBHOTO ITpollecca M ycTa-
HOBJICHUS TIPOTHO3a SIBJISIETCS BBISBJICHUE HOBBIX MY-
Tauuii, ocooeHHo reHa CALR B 1OMOJHEHUE K MyTallv -
am JAK2u MPL, v mytamit CSFR3R [5].

[Ipu nuarHoctuxke ucmunnou noauuumemuu (HII)
B KayeCTBE BOCIIPOM3BOANMOTO KPUTEPHS TIpU3HA-
Ha Mopdonorus KM. YpoBeHb reMorioonHa, Ha KO-
TOpPBIN cchlnanuch B 4-M uznanuu (2008 r.), okazancs
HEIOCTATOUYHBIM JUIST BBISIBIICHUS] MUCTUHHOM TTOJTULIV -
Temuu. K 9mcity OCHOBHBIX KPUTEPUEB OTHECEHO TaK-
Ke onpenenaeHue Mmyrauuii Vo17F rena JAK2 nin B 9K-
3oHe 12 JAK?2.

Okcrnepramu BO3 B riepecMoTpeHHOIM K1accupuka-
uuu 2016 1. penaraloTcss KpUTEPUN Uik BbIACICHUS
IIBYX CTaIUii nepeu4no2o mueaogpuoposza (IIMP) — nipe-
pubpoTHIEeCcKO/paHHEe! CTAIUN U CTAOUN C HAJTUIU -
€M BBIPaXKEHHOT'O PETHKYJIMHOBOT'O WJIM KOJUIareHO-
Boro ¢uodpo3sa Il unu 111 crenrenn. O6e cragun [TM®
XapaKTepu3yloTcs mpojrdepalieii MerakapuoluToB
¢ MpU3HaKaMM aTUMUH, HATUYMEM CIUICHOMETauu,
KOJIMYECTBOM JIEMKOLIMTOB B KpoBM > 11« 10°/11, myTa-
My reHoB JAK2, CALR vimu MPL ni60, mpy X OT-
CYTCTBUM, HAJIMYUEM JIPYTUX KIOHAJIbHBIX MapKEPOB.
Bcero xxe Ha ocHOBe 00513aTeJIBHOTO TUCTOJIOTMYECKO-
ro uzydyeHus TpenaHoouonraroB KM npu rnogospeHun
Ha [TM® pekomeHayeTCsl BBIACISATh YeThIpE CTENEHU
Muenopnoposa (ot MP-0 no M®D-3).

«/ICTUHHYI0» 3cceHuuaibHyro mpomobouumemuro
C YIETOM TiepecMOTpeHHOM Kinaccudukamu BO3 He-

ooxomuMo mrdhepeHIIMPOBAaTh ¢ TpeduOPOTIIECKIM,/
parHnM [TM® Ha ocHOBE MOP(OIIOTMIECKOTO U3yUe-
Hus TperaHobuonTatoB KM, npuHumas Bo BHUMA-
HUE OTCYTCTBUE WU HAJTUYUE PETUKYIUHOBOTO (hudpo-
3a [6]. B rucromornueckux cpesax TpernaHoOOMOIITaTOB
KM BbISIBASIOT TpoJiidepalvio KIeTOK Merakapruoim-
TapHOTO psifia ¢ YBeJUYEHHBIM KOJUYECTBOM KPYITHBIX
3peJIbIX MEerakaprolMTOB C TUTIEPAOIbYATHIMU SIAPAMMU.
BaxxHbIM pU3HAKOM SIBJISIETCSI TAKXKE BBISIBICHUE MY-
tauuii B reHax JAK2, CALR vinu MPL.

ABTOpHI ITepecMoTpa kKiaccudukamum BO3 2016 .
TpY IMarHocTuke BhileykazaHHbix MITH oco6o moz-
YePKUBAIOT HEOOXOMMMOCTD UCITOIb30BaHUS CTaHIaP-
TU30BaHHBIX MOP(OJIOTUICCKIX KPUTEPUEB, TTO3BOJIS-
IOINX TOONTHCSI KOHCEHCYCa B Bepr(bUKAIINY TUaTHO3a
TIPH IIPOBEICHNY MHOTOIICHTPOBBIX MCCIIEI0BAHMIA, KO-
TOPBII B HACTOSIIIIEE BPeMSI B 3aBUCMOCTH OT An3aliHa
HCCIIeIOBaHUsI cocTaBiisieT ot 76 mo 88% |[7].

MUWEJTIOUOHBIE/TIMMDPOULHBIE
HOBOOBPA3OBAHUA

C 303UHODUIIMEN U MOJIEKYJIAPHO-
FrEHETUMECKMMU AHOMAJTIUSIMU

B aT10i1 rpynne 3adosieBaHMI TaKKe TIpeajiaraoTcs
YTOYHEHHBIC MOAXOMbI K IMarHocTuke. Tak, y 00Jb-
HBIX ¢ nepectpolikoit reHa PDGFRA ¢ 303uHOMDUIN-
eil, C YBeJIMUEHHBIM KOJMUYECTBOM TYUYHBIX KJIETOK
B KM 1 MOBBIIIICHHBIM YPOBHEM TPUITAa3bl B CHIBO-
POTKE KPOBH, PearnpyroIIux Ha TEPAITUIO C UCTIOIB30-
BaHMEM WHTHUOWTOPOB TUPO3MHKWHA3KI, BEISBISIIOTCS
KPUIITHYECKUE AeJIeIINA B JIoKyce 4q12 ¢ 0dpa3oBaHM-
eM FIPILI-PDGFRA, a Taxxxe BO3MOXHBI TPaHCJIOKA-
unu ¢ obpazoBaHueM ciautoro renHa PDGFRA ¢ npy-
TUMU TeHaMU-apTHeEpaMU. Y OOJIbHBIX C MepecTpoii-
koii reHa PDGFRB c 303uHoMuIMet 1 MOHOLIMTO30M,
umMuTrpyromuM XMMIJI, Takke pearnpyroimx Ha Te-
parmio ¢ MCMOJIb30BaHNEM MHTMOUTOPOB TUPO3MHKM -
Ha3bl, BbISIBISIETCS TpaHcaokauus t(5;12)(q32;p13.2)
¢ obpasoBanueM ETV6-PDGFRB, a TakxXe BO3MOXHBI
TpaHCIOKalMu ¢ odpasoBaHueM ciutoro reHa PDGFRB
C IPyTUMU TeHaMU-TTapTHepaMu. BolsiBiieHue ke TpaHc-
Jnokauuu 8pll.2, mpuBoasIeil K 0Opa3oBaHUIO CIH-
toro reHa FGFR]1 ¢ pa3nn4HbIMY TeHAMU-TIApTHEPAMU
(gacto y 60apHBIX ¢ T-OJIJI nmu OMIJI ¢ 03nHODMIN-
eif), CBUIETEIILCTBYET O HEOIAroNpUSITHOM IIPOTHO3E
1 OTCYTCTBMM OTBETa Ha Tepariiio MHTUOUTOPaAMM TH -
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PO3MHKMHA3bL. B 3T0i1 rpyIine Takske BbIACSIOT IIpe-
BapUTEIbHYIO HO30JOTUYECKYIO (DOPMY IO HA3BaHU -
eM «MUeJIouIHbIe/TUMGbOUIHbIE HOBOOOPa30BaHUS
¢ PCMI1-JAK2» (B KM spurpounHoe npeodianaHue
CO CIIBUTOM BJIEBO M JTUMQOUIHBIE arperaTol). ¥ 3TUX
OOJIBHBIX ¢ TpaHcaoKanuei t(8;9)(p22;p24.1), mpuso-
JSIIel K 00pa3oBaHUIO yKAa3aHHOTO CJIUTOTO TeHa, BO3-
MOXEH TIOJIOXKHUTEIbHBI OTBET Ha Teparnuio WHIUOM-
topamu JAK2.

MUWENOAONCIJIACTUHECKMUE
CUHAPOMDbI/
MUEJTIONPOJIMDPEPATUBHDIE
HOBOOBPA30OBAHUYA

Xponuueckuii mueaomonouyumapmwtil aeixo3 (XMMUJI).
7151 ycTaHOBJICHMS TMAarHo3a HEOOXOIMMO HaIMJue
B 1K nmepcucrentTHOr0 MoHoOLMTO3a > 1 * 10°/1 1ipu co-
JepXXaHUU MOHOLMTOB > 10% mpu moacyere Jeiiko-
rpamMbl. CoxpaHsetcs noapasneaenue XMMJI Ha Tak
Ha3bIBaeMBbIi TIpOIU(pepaTUBHBIN TUT (KOJMYECTBO
neikouuToB > 13« 10°/11) u mucrutacTuuecKuii TUI (Ko-
Jr4ecTBo JeiikouuToB < 13 « 10°/11), mpuyeM yKazaHHOE
pazaesieHre MTOAKPETUIEHO OTKPHITHEM HOBBIX KITMHIYC-
CKHUX U MOJIEKYJISIPHBIX OTJINYNIA MEXIY HUMH, B YaCT-
HOCTH, CBSI3aHHBIX C HAPYIIEHUSIMU CUTHAJIbHBIX ITy-
teit RAS/MAPK.

BakHOoe mporHocTryecKoe 3HaYeHNEe UMEET OIIpe-
JieJIeHE TIPOLIEHTHOTO CONEPXKaHMST OJIACTHBIX KJIETOK.
B coorBetcTBMM ¢ mepecmoTpoM 2016 T. peKOMeHayeT-
cs1 BblaeseHue Tpex noarpymn: XMMII-0 (< 2% 6.a-
ctoB B [1K 1 < 5% B KM), XMMJI-1 (2—4% GnactoB
B I1IK 1 5-9% B KM) u XMMJI-2 (5—19% 6GnactoB
B I1IK 1 10—19% B KM) [8]. ITocKo/bKy OYeHb Bax-
HO TIPOBOIMTH Pa3IMUKe MEXKIY IIPOMOHOIIUTAMH (3K-
BUBAJICHT OJIACTHBIX KJIETOK) M1 MOHOLIMTaAMU, HEPEI-
Ko umeromuMu pu XMMIJI aHoManbHbIE TPU3HAKH,
0c000e BHUMaHUE TOJIKHO OBITh yIeJIEHO YTOUHEHHO-
MY OIIpeaeIeHUI0 MOPGhOIOTUYSCKUX MPU3HAKOB KJIe-
TOK, JIOTIOJITHEHHOMY JaHHBIMU UMMYHO(MEHOTHUITHPO-
BaHMUS TIPYU IIPOTOYHON IIMTOMETPUH, a TAKKE TaHHBI-
MU LIUTOXMMMUYECKUX U MOJIEKYJISIPHO-TEHETUYECKUX
UCCJIEIOBAHUMA.

Amunuueckuit xponuyeckuii mueaoaeiixos (aXMJI,
BCR-ABLI-) tipeacraBisieT coboil peakyo (Gopmy
MJIC/MIIH, koTopas B HacTosI11iee BpeMsI IToJIHEee 0Xa-
pakTepu3oBaHa Ha MOJICKYJISIPHOM YPOBHE M MMEHHO
Omarogapst MOJICKYJISIPHO-TEHETUICCKUM Pa3TnIUSIM
MOXeT ObITh CPABHUTEINIBHO JIETKO oTau(depeHImpoBa-
Ha oT XHJI, koTopslii siBsieTcs peakoii opmoit MITH.
Taxk, B yactHocTH, B oTimume ot XHJI, mpu aXMJI my-
tauuu CSF3R BcTpeyaloTcd KpaiiHe peako. Harmpo-
TUB, MIOYTU B TpeTu ciaydaeB aXMJI BBIIBISIOT MyTa-
v SETBP1 w/unu ETNK]I [9].

TOgenuavnblii MuesomonoyumapHotii aeliko3 — arpec-
CHUBHbBI KJIOHAJIbHBIM MIPOLIECC, BCTPEYAIOLIUICS Har-
0oJee yacTo B MJIaIeHYECKOM WIJIM PAaHHEM JETCKOM BO3-
pacte. [TpuGnm3nutenbHO y 90% GOTEHBIX BBISIBIISIIOT CO-
MaTHU4ecKue Tn0o HaceacTBeHHble MyTauuu PTPNI11,
KRAS, NRAS, CBL wiut NFI. 9T reHeTU4YECKME aHO-
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MaJIMU SIBJISTIOTCSI B3aMMOMCKITIOUYAIOIIUMU U aKTUBU-
pytot curHanbHBIN TyTh RAS/MAPK. ¥V 601bHBIX 03
YKa3aHHBIX TCHETHYECKMX aHOMAJINIT IIPY YCTAaHOBJIE-
HUM JUarHo3a Hapsay ¢ KIMHUYECKUMU (CIIEHOME-
rajuvs) U reMaToJIOTMYeCKUMU MpU3HaAKaMu (KOJIU-
yecTBO MoHouMTOB B [1K > 1°10°/11, 6mactoB B [TK
u KM < 20%) nomxHa ObITh BbISIBJIEHa MOHOCOMMUS
XPOMOCOMBI 7 WJIM K€ KaK MUHUMYM JIBa U3 CJIEAYIO-
LIKMX TTPU3HAKOB: TTOBBIIICHHBI YPOBEHb (DETaIbHOTO
TeMOTJIO0MHA, THUIIEPIYBCTBUTEIHHOCTD MUECIIOMIHBIX
KJIETOK-TIPEALIECTBEHHUKOB in Vitro K IeUCTBUIO Ipa-
HYJIOLIMTApHO-MaKpodaraIbHOT0 KOJIOHUECTUMYIIAPY-
fo11ero dakropa, HaUIMIUe MUCTOMIHBIX UJIU 9PUTPO-
WIHBIX IIpeaecTBeHHMKOB B Ma3kax [1K, runmepcdoc-
dopunupoBanue STATS.

MJIC/MIIH c koabuesvimu cudepobaacmamu u mpom-
oouyumo3zom. Panbliie 3Ta hopma ObLJIa M3BECTHA KaK
pedpakTepHas aHEMUSI C KOJIBLIEBBIMY CUAEPOOIacTaMU
¥ TPOMOOIINTO30M. XapaKTePU3YETCSI TPOMOOIIUTO30M
(> 450+ 10°/71) B coueTaHuy ¢ pePpakTepHOII aHEMUENA,
JUCIPUTPOI0330M B KM ¢ HanmuymeM KOJbLIeBbIX CHIE-
p0o06J1aCcTOB, COCTABIISIOIIMX > 15% 3pUTPOMIHBIX KJle-
TOK-TIPEAIICCTBEHHUKOB, M METAaKapUOLIMTOB C TIPU3HA-
Kamu, HaGmomaomumucs npu [IM® u scceHIab-
Hoii TpoMbonuTemMun. ConepkaHue 0J1aCTHBIX KJIETOK
<1% BIIK u < 5% B KM. JlocTaTOYHBIM OCHOBaHUEM
st Beimenennst M C/MITH ¢ KonbLeBEIMEA CUIEPO-
0J1acTaMu ¥ TPOMOOLIMTO30M B KAY€CTBE MOJTHOLIEHHO
HO30J1I0T4YeCcKOii (DOPMBbI MOCTYKUIIO YCTAHOBJIEHUE Ya-
cTolt acconmalu ¢ MmyTtaiysimMu reHa SF3B 1 (¢ KOTopbI-
MM, B CBOIO OUepenb, CBI3aHO HAJTMYNE KOJIBLIEBBIX CH-
nepob6iactoB). [Ipu MJIC/MITH ¢ KonbLieBEIMU CUIE-
pobaactamMu ¥ TPOMOOLIMTO30M MyTalluu SF3B1 yacto
coyeratorcs ¢ myrauusimu V617F rena JAK2 win pexe
(< 10%) ¢ mytauusamu reHoB CALR nu6o MPL.

MUENOAUCIJIACTUNMECKUE
CUHAOPOMbI

M C gBSI0TCS TPYIIION KIIOHATBHBIX HOBOOOPAa30-
BaHuit KM, xapakrepusytomuxcs Hea(@deKTUBHBIM Te-
MOTIO0330M U MPOSIBIISIIOLIUXCS MOP(hOTOTUIECKOM ayic-
TU1a3Meil KpOBETBOPHBIX KJIECTOK U IIUTONECHUEH (SIMM )
B [1K. INepecmoTpennas knaccudukaumsgs MJIC ocHo-
BBIBAcTCSI Ha M3YICHUHM MOP(OJIOTUU U OIIpeaeIeHUN
LIMTOTIEHUH, a TaKKe BKJIIOYAeT HOBYIO TOMOJTHUTEb-
HyI0 MH(GOPMAIIMIO O IMTOTEHETUYECKUX aHOMATHSIX.
B mipexxneii knaccudukauyuy M/IC MHOro BHUMaHUS
YAEJISI0Ch ClieuM(PUUIeCKUM TUIIaM LIUTONEHUU (Ha-
npumMmep pedpakTepHoil aHemMun). B nepecMoTpeHHOI
KaccuduKaluy Haubosee BasKHBIM IIJIST BbIICICHUS
otnenabHbIX noaTuoB MJIC sIBIIsIeTCSI He TOT WJIW MHOM
crennIecKUil TUT IIUTOIIEHUH, a CTEIIeHb JUCITIA-
31U U MPOLIEHT OJIACTHBIX KJIETOK, BbIsABIsIeMbIX B [TK
wi KM. IToatomy B udmeHeHHoM TepmuHonorut MJ1C
He comepKaTcsl HaUMEHOBaHMSI «pedpakTepHas aHe-
MUST» U «pedpaKTepHast HUTONeHUsI». OHN 3aMeHEHBI
TakuMu, Kak MJIC ¢ omHO- WU MyJIbTUJIMHERHOM AuC-
mazueit, MJIC ¢ konblieBeIMU cuaepoosactamMmu, MIC
¢ n30bITKOM O1acToB 1 MJIC ¢ IMTOreHETUYECKOI aHO-
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Manueit del(5q). B kauecTBe nmpenBapuTeabHON HO30-
JIOTUYECKOI (popMBI B MOTMMDUIIMPOBAHHOI KJIACCH-
duxamun BO3 coxpaHsieTcs pedpakTepHast LIUTOTIE-
HUS JETCKOTO Bo3pacTa.

OnHo u3 HauboJiee BaXKHbIX UBMEHEHUI KacaeTcs
MPU3HAKOB, MO3BosIONX OoTIMYUTh MJIC oT peak-
TUBHBIX LIUTOIIEHUU U OUCIUIA3MU, BBI3BAHHBIX IPYTU-
MM TipuurHaMu. [lopor Ij1s1 onpeneneHusT AUCILIa3un
ripu MJIC coxpansieTcst Ha rpexkHeM yposHe (10% auc-
TUIACTUYECKUX KJIETOK B JII000# U3 IMHUI TeMOI1033a),
HO YCTaHOBJICHO, YTO MOJO0OHBIN e YpOBEHb AUCILIA-
31U MOXET OBITh BBISIBIICH B HEKOTOPBIX CIIydasiX y 3110-
POBBIX JIIOCH 1 TasKe Yallle TIPY IIUTOTICHNUH, He CBSI3aH-
HOI1 ¢ oIyXxoJieBbIM IpoueccoM. bosiee Toro, nucria-
3Us HE BCeraa BOCITPOM3BOAMMO MICHTU(MUIIMPYETCS
Jaxke B UCCAEIOBAHMSIX, ITPOBOAUMBIX BHICOKOKBAIM-
¢uumrpoBanHbiMu TemaToriarojioramMu [10]. TToaTomy
mpu guaraoctuke MJIC B ciygasix Hepe3KO BhIpaXKeH-
HOW IUCTUTa3UM, 0COOEHHO OrpaHMYEeHHON KPOBETBOP-
HBIMHM KJIETKAaMU OTHOW JIMHWMU, CJTSAYeT UCKITIOUNTD Ha -
JINYKE PEaKTUBHOW IUCIUIA3UU, BBI3BAHHOM AEVICTBUEM
pgna ¢axkropoB. K 4nciay oTHOCUTENBHO crieluuy-
HBIX ¥ BEICOKOBOCITPOM3BOANMEBIX ITPY MUEIOMNCILIA-
311 OTHOCSITCS HEKOTOPHIC TUCTIIIACTUICCKIE N3MEHEe-
HUsI, 0COOCHHO TIPUCYTCTBIE MUKPOMETaKapHOIUTOB,
UAESHTUDULMPYEMBIX C TOMOIIBI0O UMMYHOIIUTOXVMU -
yecknx mapkepos [10].

Kputnueckum ripu onpenesennu Kateropu MIC
ocTaeTcsd MPOLEHTHOE COAepKaHUEe MHUEI00IacTOB,
OIpeaeIsIeMbIX B XOPOIIIO ITPUTOTOBICHHBIX U OKpa-
meHHbIX Maskax KM u ITK. Tak, Haauuue 1% GiactoB
B ITIK 1 < 5% 6nactoB B KM omnpenensier Hek1accudu-
nupoBaHHBIN THIT M C.

[Tpousony cepbe3Hble M3MEHEHUS B TUAarHOCTH-
yeckux kputepusix mwist MH ¢ sputpouaHsiM npeob-
JlalaHWeM, MPU KOTOPBIX KOJIMYECTBO SPUTPOUTHBIX
KJIETOK-TPEILIECTBEHHUKOB cocTaBisieT > 50% Bcex
kinetok KM. B MmoguduimpoBaHHoO# KiaccuuKauum
npu Bcex MH npoiieHT 61aCcTOB MOACYUTHIBAIOT C yue-
TOM OOIIEro Yucia BCexX SApOocoaepkKaliuX KIeToK,
a He CpellN «<HePUTPOUIHBIX» KJIIETOK, KaK paHee. B pe-
3yJIbTaTe OOJBLIMHCTBO CJIyyaeB, paHee TMarHOCTUPO-
BaBIIMXCS KaK 9pUTPOUITHBIN/MUETONTHBIN TUII OCTPO-
IO DPUTPOJICITKO3a, B HACTOSIICE BpeMsI KITacCU(PUIIH -
pytorcs Kak M C ¢ u30bITKOM 0JIaCTOB.

B knaccudpukanmu BO3 HoBoro nepecMoTpa coxpa-
HEH MOPOT ISl ONpeae/eHUs IMTONIeHU U (FreMOTJIOONH
<10 r/mn; TpomGoLmThl < 100 * 10°/11; aGcontoTHOE KO-
nnyectBo Hertpodwmios < 1,8 « 10°/1). Ho B penkux ciy-
yasgx auarHo3 MJIC MoxeT ObITh yCTaHOBJIEH MpuU 00-
Jiee YMEPEHHOM YPOBHE OTHOJIMHEUHON [IUTOIIEHUN.

CoxpaHsI0TCS UMEIOIIMMU 3HaUYeHWe 711 pacio3-
HaBaHus M/IC y G0IbHBIX C IUTOTIEHUSIMU PSIT ITATOTE -
HETUIEeCKNX aHOMAJINI, TIepeINCIICHHBIX B KJIacCUdu-
kauuu BO3 2008 r. OgHako Takue aHOMaJInu JOJIKHBI
OBITh BBISIBIICHBI OOBIYHBIMUA METOJAMH KapUOTUITHPO-
BaHus 6e3 ucnojb3oBaHus Metoaa FISH wiu texHono-
I'Mii cekBeHUpoBaHus. Takue aHomanuu, Kak +8, —Y
i del(20q), He CYMTAIOTCS OTIPEISISTIOIIMMU TS pac-
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no3HaBaHust MJIC B OTCYTCTBUE COOTBETCTBYIOIINX I~
arHOCTUYECKUX Mopdoorndeckux npusHakos MJIC.
HcknoueHnuem sBnsiercs auib del(5q), Ha ocHOBe ycTa-
HOBJICHUSI KOTOPOU MPOBOAUTCS BBIICICHUE CITEIIN -
¢uueckoro moatuna MJIC. Tem He MeHee B HACTOSI-
IIee BpeMsI onpeaesieHre Kapruotuia Kietok KM mo-
MIpeKHEMY 0CTaeTCsI BasKHBIM ITPY TMaTHOCTUPOBAHUH.

Y 80—90% 6oapHbix MJIC ycTaHOBJIEHBI MyTa-
uuu reHoB SF3BI1, TET2, SRSF2, ASXL1, DNMT3A,
RUNXI, U2AF1, TP53w EZH2 [11]. OgHako cieny-
eT MMOMYEePKHYTh, YTO KJIOHAIbHBIC MYyTalluM, UIACH-
TUYHBIE BbISIBIsIeMbIM TTpu MIIC, MOTYT HaXOAUTHCS
B KPOBETBOPHBIX KJIETKAX 3MOPOBBIX JIIOJCH TTOKUIOTO
BO3pacTa — TaK Ha3bIBacMBbI KJIOHAJBHBII TeMOIT033
C HeoIpeIeJeHHBIM ITOTeHIInamoM. 1o 3Toit mpram-
He HaymuKe moaooHbix M C-accollunpoBaHHBIX MY-
Taluil B COOTBETCTBUU C TIEPECMOTPEHHOM KJlaccuu-
Kauueit 2016 1. He MOXET CUMTATHC JOCTATOYHBIM LIS
nuarHoctuku MJIC [12].

KonmyecTBo M THIT MyTaluii, KaK yCTaHOBJICHO,
B 3HAUUTEJIbHOU CTENEHU acCOLIMUPYIOTCS C IMPOTHO-
30M TeueHud 3a6oseBanus. [Tpu MJIC ¢ KoabLeBbIMU
cHUIepo0IaCTaAMM YaCTO BBISIBIISTIOT aCCOIIMMPOBAHHBIC
¢ MocJIeIHUMU MOBTOpsItolMecs: Mmytauuu reHa SF3B1,
SIBJISIIOLLIMECST, KaK M0JIaraloT, pAHHUM COOBITHEM B Ia-
ToreHe3e 3aboyieBaHus. M3MeHeHNUe B Kiaccuduka-
MU COCTOUT B TOM, UTO TIOMOOHBIE CIyJar ¢ KOJbIIe-
BBIMU CHIEPOOJIaCTaMU M MYJBTHJIMHEWHOM AUCILIA-
31ei MpU OTCYTCTBUU U30bITKA 0JIACTOB UM AaHOMAJIUU
del(5q) BkmoueHs! B kKateroputo MJIC ¢ KoJIbIIEBEIMU
cuaepobiactaMu. B nepecMoTpeHHOI Kiaccuguka-
uuu auarHo3 MJIC ¢ KoJibLieBEIMU cuaepobIacTaMu
MpU BBISIBIIEHUU MyTauuii SF3B1 mpaBoMoyeH B cyyae,
€CJIM KOJIBLIEBBIC CUAEPOOJIACTHI COCTABIISIOT ITO Kpaii-
Heil Mepe 5% Bcex SIAPOCOAEPKALIUX KIETOK SPUTPO-
GacTraeckoro psma. I1py oTcyTcTBUM MyTalWii yKa-
3aHHOTO reHa st Bepudukauuu M C ¢ KoabLieBbIMU
cugepobiactaMu TpedyeTcst Haauune He MeHee 15%
nocienuux. MIAC ¢ KonblIeBBIMU cUaepobIacTaMu
TMOAPA3AEIISIOT Ha CIIy9au ¢ OXHOJMHEHHOM MucIiia-
3ueit (paHee KjaaccupUUUPOBAHHbIE KaK pedpakTep-
Hasl aHeMUsI ¢ KOJIBIICBBIMM CHIEepO0OIacTaMu) U CITy-
yayd ¢ MyJbTWJIMHEHHOW OucIUIasueit (paHee — ped-
paKkTepHasl aHeMUsI ¢ MyJIBTHJIMHEHOM OUCIIIa3nein).
ITporno3 npu MJIC ¢ KoJblLEBBIMU cUAEpOOIacCTAMU
TIPpY OTCYTCTBUM MyTauuii SF3B1 3HAUUTEIBHO XyXe,
YeM MPY UX HATUIuU. Bompoc o BIMsSTHUM MYyTbTHIIN-
HEWHOW TUCIIa3iuy Ha MPOTHO3 OCTAETCSI OKOHYATE b~
HO HEBBISICHEHHBIM [13].

OCTPbIE MUEJIOUOHbIE NENKO3bI

OMUI ¢ nogmoparouwumucs 2eHemuuecKumu aHomMa-
auamu. Exe B 2001 r. B 3-M n3gaHum Kjiaccudukamuu
BO3 Obl1a mpeanpuHsTa rnepsasi MoINbITKA BKIIOUESHUS
IUTOTEHETUIECKNX aHOMAJIHI B aJITOPUTM AUATHOCTH -
KU Pa3IMYHBIX «KIMHUKO-TATOJIOrO-TeHETUIECKUX»
Ho3zosiorndyeckux ¢opm OMJI. B 4-m uznanuu kiac-
cudukanum (2008 r.) pe3ynabTaTbl MOJEKYISIPHO-TE-
HETUYECKUX MCCIeHOBAHNN JTEUKEMUIECKUX KIETOK
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ObUIM TIpEICTaBICHBI 3HAUNUTENbHO mupe. [TpuHLIM-
TIBI BBIACICHUS CITEIIU(UICCKUX ITUTOTCHETHICCKIX
U MOJIEKYJISIpHO-TeHeThuueckux noarunos OMIJI co-
xpaHeHbI B tepecmorpe 2016 r. HekoTopble yTouHeHUsI
00YCJIOBJIEHBI IEPEeMMEHOBAaHUEM pPsifia TEHOB (B YacT-
Hoctu MLL na KMTZ2A) u ycTaHOBJIEHUEM TOTO, UTO
inv(3)(q21.3q26.2) wu t(3;3)(q21.3;q26.2) npencras-
JISIET cOOOIt He CIUTHIN TeH, a TIepeMeIleHNEe TNCTaTb-
Horo sHxaHcepa GATAZ2 ¢ akTuBaluMeil sKCIIpeccuu
MECOM [14]. C uenpto mogyepKHyTh 3HAYEHUE CIISI-
HUust PML-RARA, KOTOpOe MOXKET ObITh KpUNTUYECKUM
WJIN Pe3yJIbTaTOM 0oJjiee CIOXKHBIX IIMTOTEHETUYECKIX
nepecTpoek, MHBIX ueM t(15;17)(q24.1;q21.2), ocTpsrit
MPOMUETOLUTAPHBIN JIEMKO3 ¢ TAKMM CIUTBIM T€HOM
MeperMEHOBaH B OCTPbIi MPOMUETOLIMTAPHBIN JIEMKO3
¢ PML-RARA. U, HakoHell, B KaueCTBe MpeIBapuTeb-
HOI HOo30m0TN4ecKoi hopmbl BeinesieH OMJI ¢ BCR-
ABL 1, ipr KOTOPOM MOXET OBITh MOJIY4eH OJIaromnpu-
SITHBIA pe3yabTaT Teparuu ¢ UCIOJb30BAaHUEM WHIU-
OUTOPOB TUPO3UHKUHA3KI [15].

ABTOpBI TIEPECMOTPEHHOM KJIacCU(PUKALIMU MHO-
0 BHUMaHU YACIWIN MTOCAEIHUM OTKPBITUSIM MyTa-
111 TEHOB TIpH OTAeNbHBIX oaTuitax OMJI u obcyx-
IEHUIO MX TPOTHOCTUIECKOTO 3HAUCHUS. DTO KacaeT-
¢, B TiepBylo ouepenb, OMJI ¢ myTtanusimu reHa NPM 1
Wi ouamenbHbIMU MyTaLusiMu reHa CEBPA, a Takke
BBIIE/ISIEMOTO B KaUeCTBE IMpeaBapUTEIbHOI HO30J10T 1 -
yeckoit (popMbI Bo3HHMKatomero de novo OMJI ¢ myta-
usgMu reHa RUNX1, He acCOLIMMPOBAHHOTO C LIMTO-
TeHEeTUYEeCKMMHU aHOMalusIMu, cBs3aHHbIMU ¢ MIC.
ITonaratot, uro OMJI ¢ mytaumsimu reHa RUNX 1, nipen-
CTaBJISIET COOOI OMOJOTrMYECKU OTJAUYHBIMA ITOATUI 3a-
0oJIeBaHUSI C BEPOSATHBIM 00JIce TSKEIBIM ITPOTHO30M,
yeM npu apyrux ¢popmax OMII [16].

OMUI ¢ uzmenenuamu, c8A3aHHbBIMU C MUEAOOUCNAA-
3ueni. Dra kareropusi OMJI coxpaHeHa B MOAUULIM-
poBaHHOM Kiaccudukaunn BO3 nepecmorpa 2016 r.
751 ycTaHOBICHMS AMATrHO3a B 9TUX CIyJasix, XapakTe-
PU3YIOIINXCS HEOJIAaronpUSITHBIM IIPOTHO30M, TIPU OT-
CcyTCTBUM MyTaluit NPM I viu OuaiesibHbIX MyTaluuit
reHa CEBPA noctaTouyHO MOP(OJIOTMYECKOTo OMNpee-
JIEHUsI MyJIbTMUIMHEMHOM aucrutasuu (Haauaue > 50%
NYCIUIACTUYECKUX KIIETOK II0 KpaliHell Mepe B IBYX
pocTtkax KpoBetrBopeHus) [17]. IIpu nanHoit popme
OMIJI HauboJiee YacThIMU SIBJISIIOTCS CJIOXKHBIE U3ME-
HeHMs KapyroTumna (Tpu 1 0oJjiee aHOMaJMii ), TaKue Kak
—7/del(7q) u —5/del(5q). Pexe BBISIBISIIOT cOaTaHCU-
poBaHHbIe aHOMaInu, Takue Kak t(11;16)(q23.3;p13.3),
t(3;21)(q26.2;q22.1), t(3;5)(q25;q934) u apyrue.

Mueaouonste nosoobpazosanus (MH), cesazannvie
¢ mepanueii (t-MIIH), coxpaHsIIOTCSI B TIepeCMOTPEH-
Hol Kiaccudukauuu ¢ noapasaeneHvem Ha t-MJIC
un t-OMJI. [TonararoT, YTO OHU BO3HUKAIOT BCJIEICTBHE
MyTauii, THIYIUPOBAHHBIX IUTOTOKCUIECKOMN Te-
panmeil B KpOBETBOPHBIX KJIETKaX-MUIICHSX. Y psiaa
60sbHBIX ¢ t-MITH npu u3yyeHun ceMeitHOro aHam-
He3a yaaeTcsl OOHApYXUTh HACJIeACTBEHHbIE MyTalluU
TEHOB, ONIPEIEISIONINX YYBCTBUTEIbHOCTD K Pa3BUTUIO
orryxoneii [18].
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OMUI, neymounenHble, BKIIOYAIOT ITUPOKUI CIIEKTP
Ho3ojornueckux opm. OCHOBOI 111 CyOKJIacCH-
¢ukanuu BHyTpU nanHoi kateropuu OMJI aBusier-
csl u3ydyeHre MophoJIOTMYECKUX U ITUTOXUMUIECKIX,/
UMMYHO(hEHOTUITMYECKUX TPU3HAKOB JIEHKEMUYECKUX
KJIETOK, TIO3BOJIAIOLLEE ONPEACTIUTD UX TUHEHHOE MPO-
HUCXOXAEHUE U YpOBeHb AU depeHInpoBKu. M3meHe-
HUs B 3T0oi Kateropurn OMJI B MOIepHU3NPOBAHHOM
knaccudukanuu BO3 Hebosbime. B knaccudukaiu-
OHHOI1 CXeMe COXpaHEH YUCThIN (MICTUHHBIN) 3pUTPO-
WUIHBIN JIEMKO3 U UCKITIOYEH SPUTPOUIHBIN/MUETOUI -
HBIIf BApMAHT 3pUTpoJieiiko3a (cM. pasnen «Muenoan-
CIUTACTHMYECKHE CUHIPOMBI»).

Mueaoudnas capkoma coxpaHuiia CBOe MECTO B ITe-
pecmoTtpeHHoit knaccugukauuu BO3. TlpeacraBieHa
O1acTaMM MUEJIOWMIHOM IMTPUPOIBI C MPU3HAKAMMU CO3pe-
BaHUS WM 03 HUX. MOKeT BO3HUKATh de novo VI XKe
pa3BUBACTCSA B pe3yJbTare MPOrpecCUPOBAHUS TIpe-
mectytomux MJIC, MITH wiu MJIC/MITH. Hepen-
KO MOXeT ObITh OTHUM U3 HauboJiee paHHUX ITPOSIBIIE -
HMi peunnra OMJIL

B MonepHu3npoBaHHOM BapuaHTe KilacCU(pUKaLINU
BO3 2016 r. npencraBieHbl TAKXE MUeA0UOHbIE RPOAU-
depauuu, ceéazannvie c cundpomom Jlayna (TIpexXoaSIIIAn
aHOMaJIbHBIM MUEJIOIN033 U MUEJIOUIHBIN JeHK0o3, ac-
COLIMMPOBaHHBIN ¢ cuHapomoM JlayHa). [Tpexonsiiuii
AHOMAJIbHBIN MUEJIONO033 — 3TO YHUKAJIbHBINA MAaTOJIO-
TUYECKUI MPOIIeCC, HEOTITMIMMBIN 110 KITMHUKO-MOP-
donornyeckuM nposieieHussM ot OMJI, koTopslii qua-
rHocTUPYIOT Y 10% HOBOPOXKIEHHBIX C CUHAPOMOM [la-
yHa. Y OOJIbIIMHCTBA U3 HUX Ha MPOTSKEHUU TEPBbIX
3 Mec BO3HMKAET CriOHTaHHas pemuccust, a B 20—30%
ciyJaeB cITycTs 1—3 roma pa3BUBACTCSI OCTPBIM MeTa-
KapruoOaacTHBIN Jietiko3. O0a Thna MUeIOUIHBIX PO-
nudepanuit pu cuHapoMme JlayHa xapakTepusyroTcs
HanmuuueM Mytauuit GATAI v MyTauuii B reHax CUI-
HanbpHOTO Nyt JAK-STAT, a Takxke AOMOJTHUTEIb-
HBIX MyTalluii, MACHTUDUITUPYEMBIX TIPU MHUETIOM/I -
HBIX JIEMKO3aX.

Onyxo.au u3 64acCmMHbBIX NAA3MOUUMOUOHBIX 0eHOpum -
HbIX KAemoK — PENKUI BUA HOBOOOPa30BaHUI C BBICO-
KOI 4aCTOTOM BOBJICUEHNSI B ITATOJIOTMYECKUI IIPOLIECC
Koxu 1 KM u nefikeMrueckom aMucceMruHalme, xapak-
TEPUIYIOIICICS arpeCCUBHBIM KIIMHUTIECKIM TCUCHUEM.
Ha nmoBepXxHOCTHBIX MeMOpaHaXx KJIeTKHU OTpeIesieTCsT
skcnpeccus antureHoB CD4, CD43, CD45R0, CD56
M aCCOLMMPOBAHHBIX C TJIa3MOIIMTOMIHBIMU NEHIPUT-
HBIMM KJIeTKaMu MapKepoB — CD 123 (perienitop anbha-
uertu NUJI-3), CD303 (BDCA-2), TCL1, CLA. [Toutn
y 67% GOJIBHBIX B MATOJIOTUYECKUX KJIETKAX BBISIBIISIIOT
CJIOXXHBIE aHOMAJIMM KapUOTHUIIA.

Ocmpote aeiikosvt (OJI) Heonpedenenrnozo auHerino2o
npoucxodxcdenusi. B 3Toit KaTeropun HOBBIC MOITUIIBI
OJI ne 3apeructpupoBanbl. Ho mocie xiraccuguka-
1mu 2008 r. mogBUIICS PsifL MyOIUKALUiA, TOATBEPXKIA0-
WX KIIMHAYECKYIO 3HAYMMOCTD BBIIEISIEMbBIX HO30JI0-
ruyeckux GopM 1 UX MoapasesieHre Ha TeHETUYEeCK1e
noarpymmsl. [To mpeaBapuTeIbHBIM JaHHBIM, OOJIBHBIE
OJICO ¢ t(9;22) pearupyioT Ha TepaIUO C NCIIOJIH30-



BaHHWEM MHTMOUTOPOB TUPO3uHKKHA3HI [19]. T1pemo-
JKEeHBI CIICAYIONINE KPUTSPUH IJIT YCTAHOBJICHUST TIPH-
ponbl 6;1actoB ipu OJI HeonpeaeIeHHOTO JIMHEHHOTO
MpOUCXOXKAeHUS. JIJIsT TIOATBEPKACHNUST MUCTIOUTHOMN
STUOJIOTMH OJIACTOB UCIIOIB3YIOT MOJIOXKUTEIbHYIO pe-
AKIIAIO TIPU BBHISBJICHUN MUEIOTEPOKCUIA3Bl METO-
JIOM TIPOTOYHOU IIUTOMETPUM WM MPU [UTOXUMUYE-
CKOM JIM00 MMMYHOLIMTOXMMHWYECKOM MCCIIETOBAHUN
WX Xe ONpenessioT MPpU3HAKU MOHOLIMTapHON aud-
epeHITMPOBKY (TUTOXMMUIECKAsI peaKIIvs Ha HECTIETI -
nbuyeckyro screpasy, Hanuuue antureHos CDllc,
CD14, CD64, muzonuma). st BepruduKalmm MUAEIO-
WUIHOM MPUPOAbI 6JJACTHBIX KJIETOK HEOOXOIUMO HaM -
YHe 110 KpaifHel Mepe IBYX ITPU3HAKOB U3 3TOTO TIepeyd-
He. T-nmrHelHas mprupoaa 6JIaCTHBIX KIETOK OTIPEIesis -
eTcs TNOO TT0 BRIPAKEHHOM peaKINU TIPH BEISIBICHUN
B LIUTOIUIa3Me KJeToK aHTureHa CD3 ¢ ucnosnb3oBa-
HueM aHTuTe K e-1ienu CD3, mu6o mo Hanmuuio CD3
Ha TIOBEPXHOCTU MeMOpaH kieToK. Ha B-nuHelinyo
MIPUPOIY 0JACTOB YKa3bIBAIOT BhIpaKeHHAsT peaKIyst
Ha CD19 1 XoTs1 OBl OJHOTO U3 CIEAYIOIIMX aHTUTE-
HoB: CD79a, cyCD22 umu CD10. IIpu cnaboii peak-
uuu Ha CD19 o B-nuHeitHo# npuponae 0J1acTOB CBU-
JIETeTLCTBYET HAJMYMeE TT0 KpaitHeil Mepe ABYX U3 TpeX
yKa3aHHBIX BbIIIe aHTUTeHOB. MeTogoM BbIOOpa
pu pacriosHaBanuu OJI HeorpeneIeHHOro JIMHEIHO-
'O TIPOMCXOKICHNST MOXKET CITY>KUTh ITPUMEHEHIE MYJTh-
THNAapaMeTPUIECKON ITPOTOYHOM [IUTOMETPUH, TIO3BO-
JISIIOILEH BBISIBUTH T€TEPOTEHHOCTh IKCIIPECCUN MUE-
JIOUTHBIX U B-KJ1€TOYHO-aCcCOMMPOBaHHBIX MAPKEPOB
Ha IMMOBEPXHOCTHBIX MeMOpaHaX 0JIaCTHBIX KJIIETOK.

B-KJIETOYHbIE JIMM®OBJIACTHBIE
JIENKO3bl/JIMMdOMbI (B-0J11)

B 3T0i1 KaTeropum B HacTOSIIIEe BPEMS BBIACIISIIOT
JIBe HOBBbIE TIpeIBApUTEIbHbIE HO30J0THYeCKUe (hop-
MBI C TTOBTOPSIIOLIMMUCS T€HETUUYECKMMU U3MEHEHU -
IMU — B-aumepobaacmmuotii aeiixos/aumegpoma BCR-
ABL I-nodoonoui i B-aumghobaacmmuviii aeiikos/aumegpoma
ciAMP21. Boinenenue BCR-ABL I-iogo6oHoro B-OJIJ1
C TPaHCJIOKAlLMSIMU T€HOB TUPO3MHKUHA3 WU peLieT-
TOPOB IIUTOKMHOB, TaKUX KaK (pakTop-2, MOg0OHO-
ro penenropaMm 1uToknHoB (CRLF2) unu penenro-
py sputponostuHa (EPOR), npencrasisercs oco-
00 BaxKHBIM B CBSI3U C HEOJArONMPUSTHBIM MPOTHO30M
U peakiieil B psiae ciiydaeB Ha Teparuio ¢ IpuMeHe-
HUEM MHTHOUTOPOB TUPO3MHKMWHA3EL. B TpaHCIOKa-
LIMSIX IPU 3TOM (bopMe Jsieiiko3a, momumo ABL I, Mo-
I'YT y4aCTBOBATh U T€HbI IPYTUX TUPO3UHKUHA3, BKIIIO-
vyasg ABL2, PDGFRB, NTRK3, TYK2, CSFIR u JAK2.
IMaptHepom ABL I B TpaHciioKalmsx, Kpome BCR, MoTyT
6biTh u Apyrue ressl [20]. [Tpu BCR-ABL I-iono6HOM
B-OJIJI ormeuaetcs BbicoKas yactora nejaeunit IKZF1
u CDKN2A/B, omHaKO 3TU aHOMAaJIUM BBISIBIISIIOT TaK-
xe v ipu apyrux Tunax OJIJI.

B-OJLI c énympuxpomocomuoii amnaugpuxauueii xpo-
mocombt 21 (B-OJIJTI ciAMP21), BbisiBISIEMBIT C TOMO-
w0 FISH, nnarnocrupyercst moutn y 2% nereii, oco-
OCHHO cTapIllero Bo3pacTa NP HU3KOM COACPKaHUM

neiikouuToB B I1K, n xapakTepusyercst Hebiaronpu-
SITHBIM IIPOTHO30M.

T-KJIETOYHbIA IMM®OBJIACTHbIN
NENKO3/JIMM®OMA (T-0J1N)

B mocnenHee necaTuiieTHe MHTEHCHMBHO U3yda-
JINCh TeHETHYEeCKMEe MeXaHU3Mbl BO3SHUKHOBEHUS
T-OJUJI. TlpeanpuHUMaIrCh MONBITKYA UAEHTUDUKA-
UK HeTePeKPHIBAIOIINXCS TeHETUUECKUX TTOITPYITIT
T-OJIJ1, xoTopble ObI B U3BECTHOM CTEMEHU MOIJIU
OBITH COMOCTAaBUMBI CO CTanusIMu U depeHIPOBKI
T-mumbonuToB. OgHAKO MOyYeHHBIC JaHHBIC TTOKa
ellle He CTaHIAPTU30BaHbI, TIPEACTaBICHUS 00 UX IIPO-
THOCTUYECKOM 3HAYMMOCTH OCTAIOTCS MTPOTHUBOPEYM -
BbIMU. B 3T0#1 cBsI3U B MOAM(ULIMPOBAHHYIO KJIaCCH-
¢uxanuio BO3 He Bonumm mogsapuanthsl T-OJIJI, oTpa-
JKarolye ypoBeHb U depeHINPOBKU JEHKEMITIECKIX
kyeTok. B To xxe Bpems B kareroputo T-OJIJI B kauecTse
MpeaBapUTEILHON HO30JI0TMYEeCKOM (hDOPMBI BKITIOUEH
YHUKAJbHBIN 0 UMMYHOMEHOTUITMYECKUM U ITUTOTe-
HeTndeckKuM xapakrtepuctukam OJIJI u3 paHHUX Kie-
tok-npenmectBeHHUKOB (PTII-OJIJI), B KOTOPHIX cO-
XPaHSIOTCSTI HEKOTOPBIE IIPU3HAKKI MUCIIOUIHBIX 1 CTBO-
JIoBbIX KieTok [21, 22]. Ha 6macrax npu PTII-OJIJI
askcnpeccupyercss aHtTureH CD7, HO He BBISIBISIIOT-
cg anturedsl CD1a n CDS8, Bo3MOXHa ITOJIOXKUTEb-
Hasl peaKIns TP BBISIBIICHUH OXHOTO WUIN OoJiee Map-
KEepOB MUEJTOUIHBIX U CTBOJIOBbIX Ki1eTOK — CD34,
CD117, HLA-DR, CD13, CD33, CD11b unmu CD65.
B knerkax skcnpeccupytorcss CD2 u CYCD3, a tak-
JKe MOXeT 3KcrpeccupoBaThest CD4, omHaKo UICHTH-
¢uxaums PTII-OJIJI Ha ux BbISIBJIEHUM HE OCHOBBIBA-
ercs. Peakuusa Ha CDS5 yalue otpuLiaTeibHas, a B Cly-
yae MoJIOXKUTEIbHOI onpeaeisieTcss MeHee yeM Ha 75%
onactHbIX KJeTok. [Tpu janHom noarurie T-OJIJ ¢ BbI-
COKOIf 9aCTOTOM OMPEACIISIOTCS MyTallu B MUCIJIOW/I -
HO-aCCOIIMMPOBAHHBIX TeHaX, Takux Kak FLT3, NRAS/
KRAS, DNMT3A, IDHI v IDH2. B 1O Xe BpeMs pell-
KO BBISIBJISIIOT 00Jjiee TUITMYHbIC MYTallMU, aCCOLIMM -
poBanHble ¢ T-OJIJI, Takre Kak aKTUBUPYIOLIUE MY-
taumuu B NOTCH I inu mytatiuu B CDKN1/2. TlepBbie
HaOI0eHUS, BKIIOYAIOIIKE HEOOJIbIIIOE YUCTO O0b-
HBIX, CBUICTEILCTBYIOT O KpaiiHe HeOJIarormpusTHOM
nporHo3se npu PTTT-OJIJI. OnHako oKOHYaTeIbHBIE BbI-
BOJIbl MOTYT OBITb CI€JaHbI MPU 00CIeI0BAHUN OOJIb-
111ero ymrciia 00JIbHBIX M UCITOJIL30BaHUU Ooiee 3 dek-
TUBHOU Teparnuu.

Cmamus nodeomoenena npu ouUHaHco8oil nodoepicke
Munucmepcmea obpazoeanus u Hayku Yxkpaunsl (epanm
Ha 8bINOAHEHUe HAYYHO-MeXHUYecKuX pazpabomok no loc-
saxazy om 30.10.2015 e. No J13/43—2015).
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UPDATED WORLD HEALTH ORGANIZATION
CLASSIFICATION OF MYELOID
NEOPLASMS AND ACUTE LEUKEMIAS
(2016 REVISION)

D.F. Gluzman, L.M. Sklyarenko, T.S. Ivanivskaya,
S.V. Koval, M. P. Zavelevich, N.I. Ukrainskaya,
G.D. Telegeev, M.V. Dybkov

Summary. The principal provisions of the 2016 revision
to the World Health Organization classification of my-
eloid neoplasms and acute leukemia, namely revisions to
the categories of myeloid neoplasms and acute leukemia
have been considered. The major changes in the clas-
sification have been presented as compared with WHO
classification of tumors of hematopoietic and lymphoid
tissues published in 2008. The principal forms of myelo-
proliferative neoplasms and acute leukemia according to
the revised classification have been listed and the ma-
Jjor criteria for their diagnosis have been considered.
The disease entities are defined based on histogenetic
principles for ascertaining the lineage of the transformed
cells and their differentiation level taking into account
the recent findings on the cytogenetic and molecular bio-
logical abnormalities in the blast cells. The use of the
revised classification allows one for diagnosing precise-
ly myeloid neoplasms and acute leukemia contributing
fo the improvement of their therapies.

Key Words: myeloid neoplasms, acute leukemias,
classification, translocations.
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