I{uToreHeTHYeCKass AMArHOCTHKA OCTPBIX
JAM(POOJTACTHBIX JICUKO30B Y JeTeH M MOJIOABIX
B3POCJIbIX

Kany3za /lappst PomanoBHa, Bonounuk Enena BuktopoBHa

PecnyOnukaHCKU HAYyYHO-IIPAKTUYECKUN LIEHTP AETCKON OHKOJIOTUH, T€MaTOJIOTHH U
uMMyHosoruu, 223053, 1. boposisiabl, yi.dpyH3eHCcKas, 43

kolodich.darya@mail.ru

JleTckuil 1eiKko3 SBIAETCS OMOJOTMYECKH U T€HETUYECKU Te€TEPOreHHbIM 3a00J€BaHUEM, TECHO CBSI3aHHBIM C
IIUPOKUM  CHEKTPOM  (aKTOPOB, KOTOpPHIE WIPAIOT POJIb B AIUIAEMUOJOTHUH, CTpaTU(UKAIMA pPHUCKA U
TEepaneBTUUYECKOM BMemaTeNbcTBe. lluToreHeTnueckuii aHaiu3 TEHOB, YYAaCTBYIOIIMX B CHEHU(DPUYECKUX IS
3a00J1€BaHUs TPAHCIOKAIMAX, CYUTACTCA OJTHUM M3 3HAYUMBIX MHCTPYMEHTOB, BEAYIIUX K JIyUIIEMYy MOHUMAHHUIO
MPUYUH XPOMOCOMHBIX MIEPECTPOCK U MEXAHWU3MOB, JICKAIIUX B OCHOBE JIeHKeMUYecKkor Tpancpopmaruu. JleTckue
OCTpbIE JIEMKO3bl XAPAKTEPU3YIOTCS MOBTOPSAIOUIMMUCS YHUCIOBBIMU W  CTPYKTYPHBIMM XPOMOCOMHBIMU
AHOMAIIMSIMU, BBISIBJIEHUE KOTOPBIX UMEET BAXKHOE KIMHUYECKOE 3HAYEHHUE, MTOCKOJIBKY OHU SIBJISIFOTCS 3HAYMMBIMU
MapKepaMH CTpaTU(PUKAIIIU PUCKA.
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Jlnarnoctruka T-KJI€TOYHOTO JUM(POOIACTHOTO JIEMKO03a
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AoGeppantabiit kapuotun (FISH+GTG) — 86,2% (B 0CHOBHOM MpeCTaBIIEH TICEBI0IUILIONIHBIM KapuOTUIOM — 69%)

Xumepnsiii ren SIL/TALT —19,3%

3oup ans onpenenenus mukpozenennn 1p32 (SIL/TAL1) mo3BossieT BBISBUTH TPAHCIOKAIIUN C BOBJICYCHUEM JTAHHOTO
xpomocomHoro peruona (t(1;14); t(1;7)) (2,5%)

Hauboinee gacto Bctpeuaembie cTpykTypabie abeppanuu (GTG) - del(1q) (5,4%), del(6q) (21,4%), abn(7q) (7,1%), abn(11p) (8,9%),
abn(11q) (8,9%), abn(12p) (7,1%), t(14q11;v) (14,3%)



Jlnarnoctuka T-KJI€TOYHOrO TUM(POOIACTHOTO JIEHKO3a

a — peapaH>XUpPOBKa F€HOB
SIL/TALT;

0 — Muxponenenus rena SIL;

B — HecOaaHCHUpOBaHHAas
nepectporika rena IgH c
neneuueit 5 IgH;

I' — peapamXupoOBKa IreHa
TRA/D;

JI — cOalancupoBaHHas

nepectpoiika rena KMT2A
(MLL);

€ — HecOaTaHCUPOBAHHBIN
BAPUAHT MEPECTPOUKH I'eHa
KMT2A (MLL) ¢ nenenueit
5"MLL.




JlnarHocTHKa OCTPOro JMM@POOJIaCTHOTO JIeKo3a U3 B-IMHEHMHbBIX
IpeaIIeCTBCHHUKOB

CornacHo knaccudukarmu BO3 2022 rona: BH_OJ’[J‘[
1(9:;22)/ t(1;19)/ Hypodi- High-Hyperdi-

t(v;11q23.3)/ t(12;21)/
KMT2A ETV6-
BCR-ABL1 . < .

C Seap. RUNX] TCF3-PBX1 (< 44 chr) (51-65)

BCR/ABL1- ETV6/RUNXI1-
noaooubIi OJIJI noaooubI OJIJI

IAMP21

Onpene/sieHue peKyPPEeHTHBIX CTPYKTYPHBIX H
YHCJIOBBIX U3MEHEHUU KAaPUOTHUIIA

- BCR-ABLL1 - ETV6-RUNXI1 (TEL/AMLI)
- ETV6-RUNX1 - KMT2A (MLL)

- CTPYKTYpPHBbI€

a0eppaunu
- YHCJIOBbIE U3MEHEHUsI
XpoMoCcoOM

- E2A-PBX1 - E2A (TCF3)
- KMT2A (MLL) peap. -IGH

- HeHTpoMepHbIe 30H1bI Ha 4,10,17 (18)




JInaraocTrka oCcTporo JuM@o0J1acTHOIO JICHKO03a U3 B-IIMHEMHBIX

IMPpCAMNCCTBCHHUKOB

ETV6-RUNXI1 (TEL/AML1) njst fTMArHOCTHKH:

1) t(12;21)/ETV6-RUNXI(+) (nononHuTENbHBIE XpOMOCOMHBIE abeppaliuu ¢ BoBieueHueM ETV6 u RUNXI1 B ~ 75% ETV6-RUNX1(+) OJIJI)
2) iAMP21 (5 u 6onee curHasioB RUNXI B unrepdaszubix sapax; 1-2%)

3) cunepouniouduu (Tpucomusi/terpacomus 21 xpomocomsl; 25-30%)




JInarHoCTHKA OCTPOro JIMM@POOJIaCTHOTO JIeK03a U3 B-IMHENHBIX
peAIICCTBEHHUKOB

AMIUTHpUKAIUS XUMEPHOTO
rena KMT2A(MLL)/AF10

COanancupoBaHHas peapeaHk KupoBKa
reda IGH

IlenTpomMepHbie 30HaAbI 4, 10, 17 (18):
- oIpcCaCJICHUC IT'MIICPINNION NN

[Tepectpoiika rena E2A (TCF3)



JInarHoCTHKa OCTPOro JIUM@POOIaCTHOIO JIEHK03a U3 B-TMHEHHBIX
IpeAleCTBEHHUKOB

[Tocne npoBenenust kapuotunuporanusi, FISH-uccienoBanus 1 nocie UCKIFOYEHHUS:

| - Bcex peKyppeHTHBIX CTPYKTYPHBIX nepectpoek (BCR-ABLI, TEL-AMLI, E2A-PBX1, E2A-HLF, Bce KMT2A)

2 - KOJM4YeCTBEHHBbIX U3MEeHEeHHUIl (BbICOKas runepauruionivs 51-65, okosoTeTparionius, BCe TUMOIUIIION bl ¢ 44 XpOMOCOMaMU U HUXKE)
BBIJICISIFOT Tpynny «B-other».

B maHHOM rpynme mpoOBOAMTCS MCCIEAOBAHUE JKCIPECCUM T'€HOB M IIEPECTPOEK I'€HOB TUpPO3UHKMHA3 s BblsiBieHus BCR-ABLI-
nogoonoro OJIJI:

FISH-uccnenoBanue reHos
tupo3unknHas: CRLF2, JAK2, ABLI,
ABL2, NTRK3, PDGFRB, ZNF384,
MEF2D/BCL9

lhypodi (<44); 1%

T2A; 8%

B-other; 27%

JIOMOJIHUTENBHO TPOBOAUTCS
HCCIIEJOBAHUE MEPECTPOEK TEHOB
IGH, PAXS, nenemmit CDKN2A,

IKZF1, ERG meronamu MLPI, FISH,
[111P

t(12;21); 25%




AJITOPUTM IIUTON€HETUYECKON JTUATHOCTUKHA OCTPBIX
1M(pO0IACTHBIX JICHMKO30B

1. FISH-ucciaenoBanue ¢ UCIOJI30BaHUEM
JHK-1po0:

- ETV6/RUNX1 (DF)

- KMT2A (MLL) (BA)

- E2A (TCF3) (BA)

- IGH (BA)

2. Kapuotunuposanue (GTG-banding)

* [Ipu oTcyTCTBUM MeTada3HbIX MJIACTUHOK WU TIPU
HEMH(POPMATUBHOM KapuOTUIIMpOoBaHuU npoBenenne FISH-
UCCIIEIOBAHUS IIEHTPOMEPHBIX TTPOO JJIs1 IETEKTUPOBAHMUS
TUIIEPILIOUINU: LIEHTpoMepHbIe 30Hb1 4,10,17 (18)

3. Ilocne uckitoueHus: peKyppEeHTHBIX CTPYKTYPHBIX
MEPECTPOEK U YHCIIOBBIX U3MEHEHUM MMPOBOJUTCS

FISH-ananu3 reHoB Tupo3uHKKHA3 11 BbisiBieHuss BCR/ABLI1-
n0100HOT O JIeiKo3a

1. FISH-uccienoBanue ¢ UCIoJIL30BaHUEM
JHK-11po6:

- KMT2A (MLL) (BA)

- TCRA/D (BA)

- SIL/TAL 1(BA)

- IGH (BA)

- HOX11 (TLX1) (BA)

- HOX11L2 (TLX3) (BA)

2. Kapuotunuposanue (GTG-banding)





