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Abstract

Acute lymphoblastic leukemia is the most common hematologic malignancy in children. Although
the etiology has been studied for a long time, it is still a heterogeneous disease at the genetic level.
While with the development of sequencing technology in recent years, genetic characteristics have
been further elaborated. In this article, the common molecular characteristics of acute B-cell lym-
phoblastic leukemia in children are briefly summarized, and their clinical effects are discussed.
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1. 518

JLEE S v T 40 i (9 975 (Acute lymphoblastic leukemia, ALL)AE:—Fbh DAAS 55 28 () 76k B 2 it 5 o 48 4
DRREAE IR P T R e, 200 LB 2k 1 I 1) 75%~80% [1]. B fa B A2 B e . A7 7 Atk
SCRAATT R AR SR & DU 2 A T 4 o ey 7 V255 B R R HL LA el A A7 2 360 90% [2] [3]
BARTE ) URHE i B A7 R ORI KRR T, (HA0 4 10%~20% 1 8 )L K [4], K W AE A7 2 0 B PRI
H AT AT R BB Ok IR, Bk, N 78 B LI AR KD A R R, A LS H
fir RN T RN T B AT B R R R R AT N R R e R
&, ABAERAL AKF B AT A — R PR o 1T SRR HR B R 2, AR RA T RE B Ao I 73 1 A2 4,
R AL i RE2 . AR 2 TR TR YT A TUE T s T R . ARSCRIRER 1)L
I LI S bk B s - St B R R PR (1 95 (B-ALL) 2 THEAE, FR1e T BRI R .

2. BCR-ABL1 & EFEM Ph-like ALL

BCR-ABL1 fli & &K B 9 5 YLk ABLL JE XK (q34 X)) 22 5 ek i) BCR K (g1l X 1K) 5
RETE R, EA B BRI IS 1, 5 JLEE ALL [ 3%~5%. [RIEHIAESE E Feas Rk B, B0k A t(9; 22) (g34; g11)
(gL R gl R o 9 38 (Philadephia, Ph)4etifd., Ph PHE ALL H3 Fp s Wi A Bl 0 AL 2 A8 2 IKZFL.
PAX5 fl EBF1. CDKN2A/2B R [H s, £)4 Ph FHYE B 1) 80%. 50%. 14%. 50% [5] [6] [7] [8]-
AWt H, CDKN2A/B K BF TG E A R[8], HERK T RE R 2. 765 N\ R i 77
(TKIS)YAIT |, PhBHTE ALL B)LTUG 2 A8 5AK[0], 1EH B RN H2 iy, SRIE i TiE
M F A RS FE(HSCT), 2 550G 15 FIME— ML 2 TKIS A A7 M 4% 1 Ph B ALL 35 1S [10] [11].
KA S B SR B A3 M Ak 7 T B3 28K EFS A1 OS, H5 salifd ALy A TIK AHEL, BEA{#H CR1
W) HSCT TR AN R FR A S 4 B A= 47 0o 1T TR B 243597 28 ) LA B Y I ABLL U 485 A 3380 1) R AR (g
JLISE T3151), MMES TKI i 24[12], ik, TIK BEAsaibiniT &8 %Er, B E sk ABL 2 A%
TKI BEEA0IT 2 JLE Ph FETE ALL B9 2 V697 506 [13] . 22 BCR-ABL1 ALL A R Tl 5 BIIG 97 /732
AELFE S = AR TKI g e fLsT i —2ia 77 [14] [15].

Ph-like ALL #t = BCR-ABL1 R:Hfl 4, (HE /R BCR-ABLL ALL AHAR) LRI FIARHE, 78L&
ALL FRAEZL Y 10% [16]. £ILIFEF RO E S, MRD B, SkER R, BAEFERK. IKZF1
I LA (70% 2 80%) 7E Ph A ALL AN/ I, A0 5EBEANAL i A1 S5 A B b it IR PR SR 2 55 e
IR TAMRRE, SRR QMR RRGE, J55T TKINZ). K4 30%[F Ph-like B-ALL &
TE1E PAXS RN EAE, % 5 IKZFL RN K A[17]. CRLF2 EHEFFEH WLT Ph ¥ B-ALL B,
T EAESEN CRLF2 %A 5A R G HH25[18] [19] [20]. ElfE MRD /KFH%, CRLF2 il#iktk
IKZFL SR 5 5 R AR A5 . Ph-like ALL RS B MM EHE, 322 5 BUMEE g Y 5 R 5 5 £
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MIRLE[16] [21]. KEAMHICEREM & JAK-STAT %, ABL 254 . Ras g RALENAT, AIEUSAM
IR - 52 A A 15 5 0 % o K] Ph-like ALL PR 57 J5 4 355 D] 2H 508 A [ P S v AR 50 o RS 1 111
BITE R, HAT IR SR AME, SO R LB AR ST A R E . (H G IE S 1 — EOE B R
BB A RE R IX R B W — PR T kR . ABL EEHEE S SRR B ABLL #0545 & JE Al ABLL/SRC
XA 7L Vb JE 1697 [16] [22] [23]. 22578 ATF7IP-PDGFRB fili & 8, HijE%i2, &b Rt
DNRIT[24] [25]. JAKLIAK2 |51 & R A& ey m sz Rif, I SIESFEM, AN RIGIT
JAK-STAT B0 RAZ fe A R J71%[22] . JAK2 #|51HA] H 1697 CRLF2 HAF& 4 [26]. ik, JAK 4l
FIFVE A A7 A G P fE ALL WAL SR FO TG - Qs ArRE IR A o mg, R s e s, F et
BT TKI T, A 2GS Ph-like ALL LIS R .

3. ETV6/RUNX1 j&EEF1 ETV6-RUNX1-Like ALL

T (12; 21) (p13; 922) HALIE AL ETS #3% [H 1 6 (ETV6, XK TEL)S Runt #1253 K1 1 (RUNXI,
HFR N AMLL) I FE R fl &, 78 )L ALL B LR 2915 20%~25% [27] [28], & )L B-ALL e Wit 5 4,
WH 5 RIFPUSAHSE[29]. ETV6 fl RUNXL #5 5 gafi i 5 R 7 RE J1, 163 i b &k 5 45 ¢ B 2 (1 1R
Mo Z#HMEZE, AMLL H 8 Ss 4 DR 7 5% A48 Dy #0017 =2 6 38 I 16 40 7 2k ik o Jie oy It v
ETV6-RUNXL il & (A7 7E R B IX Pl 428 o] BRACYR T 7R [28], & A i K Al B it s ka1 i, il
P I8 A T R T AR S R b A 1 8 A WA, DR Ay 2 £ ) L 2 vt m e I 35X 242 [30] [31]. — 4K
FI Bk PAX5. ATF7IP. KMT2A BRS04 4h, IS ETV6 JE S A A1 3 R 12p ISR 55 [32]. 1F
21 =R, 1B 21 LRI B H] 2 R BN RUNXL AR, AT LT 78%I1 &2 Kk 38 il
15%I1i2 B, B RUNXL IS DTDL K 21 5 Je R 1 8 52 0] e 52 I TS A 0% . ETV6-RUNXL
A R T A RIS, B RIFRITR33]. (HAT IR ETV6-RUNXL EHEHIJLE ALL 5
‘i DL RIS A 2 A DR [34], SR B2 R JE T X B8 IR S A R MR IR YT R ), R A7 80 A LR A,
ETV6-RUNX1 HHE ALL H#H R MRD SR EIRTT mIH 7 RIFMER, FHATREZH T
ST OREE AR, TACK AT RE AT e N AR e PG i B N K2 —, AR ZHE R RAELRITE
[35].

W], AWEFAE H ETVE-RUNXL-like ALL X PR 92, JLR AR LN ALL LI 2%~3%. R4
B = ETV6-RUNXL HE[AIRE, (HE B ARBLIR J R S0 15 A 40 % R Y (CD27 PR, CD44 IRZ=HIME). %6
R 5E R B ETV6-RUNX1-like Y2 A AR RGP TG, 1R/DAH B R ARE[36]. H I BARF FEiF B H
F MRD /K- VB AL H A AR 2, 5 A B [37]. ETV6-RUNX1-like V%Y i] G552 25 T 5 s o A 97 [38] -
T8 ALL BEHEED, A 7 E 2050

4. KMT2A EEHK(MLL)

W R T IR 2A (KMT2A, BEAEBFONIE A 1E R A M5 -MLL)EE F A T Y pk 11923 |, HAH
KT KMT2A 5l 90 MANE B2 R A A [39], 78 ALL )L RAF N 5%, (HFEZ)LE I
Joi R R AE R EHREIA T 70%~80%. T (4; 11) (921; q23) Al KMT2A-AFFL(LARTFR A KMT2A-AF4), %)
i KMT2A H A ALL 22 LI 41%, TSR 22 CF WK 2 t (115 19) (923; p13.3) Z AL B Biff) KMT2A-MLLT1
(LART N KMT2A-ENL), %5 ="% WK t (9; 11) (p22; q23) 5% A i KMT2A-MLLT3 (LARTFR N
KMT2A-AF9) [40]. #)L ALL 3L Ath 32 ZAEARZE RIS BLFE MLLT10 (i AF10)F1 MLLT4 (Ji£ AF6)%%.
PR, WET 11 FAAE KMT2A B sl B F TR R 2, KMT2A EHE) LG Rem 2. REZ)L
ALL B RIRA B AR, HEREAREEE. PISK. RAS {5 5l B AR K, M KRAS
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1 NRAS H 5 K ERAS, LL&% FLT3. NF1 A1 PTPN11 HigdE s kA [41]. BAESE)LH, KMT2A
FHESE A U A T RECE A AR PR R G [42] /D RUBE AR B OR DotlL (ke iER T
Ptk 1)7E KMT2A E 4k ALL B8 sl FI4ERe e s =2 H . T Re s AF9.ENL F1 AF10 7fE N KMT2A
Gk, KIS TROd 2 10 DOTLL SR ZERNEA 10 B AR A, FUbH DotlL #ifi7 A #E 2
— P A PSR R TT 52 [43] FABTETE VT T HE s A FE IR S5 A5 . menin BCL-2 #7146 [39] [43] [44].

5. TCF3 EHE

sk 3, PR TCF3 8t E2A, {EMEAMEA R EEELZMER, =2 T8 B i E4f e K &
ST T (1, 19) (923; p13.3)Hfir, fEMAFILE B-ALL E#F P RAEEN 5%~6%, 274
TCF3-PBX1 £[flE, mMAEEE, TG miHE#45] [46]. W70 KI5 HAh B-ALL W.AUAH L,
t (1; 19) B-ALL 412+ ROR1 A1 Wnt16b it #ik, W] Wntl6b-ROR1 7EX Le4H iy i ] BEAFAEFL RIS 5
EE[47]. HE B 41 RORL fmRik, @i @ /el 5743 b4 & Wtba, 53AESLAL Wit 3@ 2 [0S
5, ATV . A MEAIAETE . 7E TCF3-PBX1 40 i it %1% ROR1 7] g /& — M A 5 (R0 VA7
W, LA XTIER B E4N A B e (48] BT XA A KRG BB KB A[47] [49],
TCF3-PBX1 fil & I N2 ilJa A i ks & o (B TA07 7 ZR0TR%E, )L HAT e [50] [51], Fik,
ZRHLLE A A2 RIS (/) AL . TCF3-PBXL A 3 DA BH 4 1 /0N B8 F A5 22 39 HE Aeye 1 ) J2E X1 (PAXS
Al CDKN2A/2B) I FF LGRS Al 15 5878 5 (JAK/STAT, RAS/IMAPK)fE 53l I 0%, RUWEDEE. 8%
FIE: JE WA R SR 6T BT RETE[48]. T (17; 19) (g22; p13) Z fi14: 51 & TCF3-HLF gt &, 7F JL# B-ALL
FORAERAE 1%, KWz, REEATHIGIT A HSCT, (HARMERRE, @HE <K AL LHEM
ENIETI[62]. PEZE, Wlilb, SO EEERZ R E AT JT % . BCL20 HIHfIFI4E =T 50 v A 7%
TEMRYT I F[52], HEA TR KBTBD1L Al E/& i 7E I 2[53], CAR-T JT ikl 2B & ik F
(1 —HFf BT AR 97 77 X [54]

6. Hfth

IKZFL 7T 7 53k ) pl2.2, #:5% f5 e = AE A R/NE IKAROS & H R i414, 5 DNA & &,
X I B 2R A AR ) A B VA EEL 2 i ) 14 B 4 S bR DB R [55] [56]. B-ALL FELHY IKZFL SIS Z Al
114 16%~27%. IKAROS Hife MIFIHI T4 B k4, AHH 5 TEA[57]. BATRI, IKZFL ek
A3 W BCR-ABL1 BHT%: ALL #1 BCR-ABL1 ¥ ALL 1. BCR-ABL1 Pl ALL f 238 ] S SO0 R &
PR BRI AR T TR 254, SEURITE BE£[58]. ML N, 7E TCF3 EHEM ETV6-RUNXL FHPE
B-ALL FRDAGIE] IKZFL 2K [59]. IKZFL 41 B-ALL B3 5 4 EFS FLEALFHARER, 2R X
B i [60] . BT, IKZFL plus 72 45 A 90, FURFAE 2 7E A ERG BARITE LT, IKZF1 62k 5 CDKN2A,
CDKN2B. PAX5 8¢ PARL HFIE AR IEAT . 55 IKZFL SRR, IKZFL plus B Z I TJE[60]. IKZF1
DReRrGt n] 58 8L PI3BK. AKT. mTOR @& fE, dEmiedixt ALL 825 FEAG 7 259008 K iR
MM 245[61]. PR, IKZFL B ARTE ) LE B-ALL FARALEIFIA R 15 H# A EE/EH, BN JLE
B-ALL &7 I XU 73 )= BRI 5

PAX5 fi7 T 9p13 Yetiufh b, @ HE B s R R %S B 4ok, & B iR E F M B
bR T R T AN, BB FTEE PD-1 F1 NOTCHL % 53k PK 7 A7 420 M-CSFR 4351 A 17 4601 1)
HABAR R E . PAXS FFRTE B A RIE, HREMEATARA AT B8 T30 A M & A4 5] R
fpggE[62]. EAJLE B-ALL MR4N0 A 2848 % B L4 0, HL o2 B-ALL S LB AR S 2 —
PAX5alt 7775 T 7%~10%MH) )L B-ALL ffilr, BFEEHE JRA B i 3 sl R S A F B o, 2
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i fa KU PR 2 —[36]. PAX5 P8OR 1E JL# B3 R A F NN 3%~4%, W HEFEREE CDKN2A XU EEAL
FERIER R . SRMBHE K1 SETD2 HRALS7E DL B A2 PAXS S5 AT A2 3% . T PAX P8OR 5
Ras. JAK/STAT. FLT3 £ N & SIB BRI RB FFEAE, WIOAEERYEYT Qi [ v RE[63]. FH T8 1) = FE
SRPE, PAX IR AY AT B R ZEA R FIEIT 245,  dk T A2 IR A S, LR iR [64]

CDKN2A (41 JE B 8 A it i A i 7 2A)JE R, RN INKAA BR P16-INK4A, 7T 9 F 4t
A p21.3, Hlp WS RS B, T LF4) 25%0 ALL B3 . R0k 2NN CDKN2A ik 2
JLE ALL 5 A R R 2R [65] [66] [67], {H/DHEhTFiti\ y CDKN2A 7] fé R 47 1 s Fabr[68]. 1T
SE B 9p Bk, EATEE S PAXS Bk [FR K AE[69]. £ Ph FHYEAT Ph A ALL B it n] K3,
MAE ETV6-RUNXL I D I, 7E B-ALL 1, 2 &FA4i5+ CDKN2A SR ARALT- DLAHIT S 2 kA
[17] [70] [71]. %R0, 258Gk S B (PCR)FH 5095 40 M A4 2 45 D VA EAT SRR, 0 TGyl H 2 &
SR . — ST TSR B XS A0 5 R R B A5 e R R AR R 2 s R I TS [70]. SR, —LER R, R
ali B FEL A 2 B B I A IR PR M [72] . INK4 2 (R3S DB B3R 7] S8 CDK4/CDKG 3 P31
. SECORZEH 5. HATHET ) CDK4/CDK6 25#3nHI5 ik RS, it i e, Eqidvg e m
BT DUPGA, BATTAT AREIWT G1 BRI 4 M fE 3, mT e 1k A s ik R [73] [74] [75].

HHT, BEERIT AR EAT AR, BATCRKIEREZ A, HlFEARR@SE—P
R, AEFRATAT BRI B (AL AR L, T s R AR Iy Rl . BEAT ARG B R K IR
HERE . BRI UG HOR T RERRAT B RIEA . [FII, 2 TP I ST s B R BT i R 0 96 7 A 40 A
P B TR SR IT TS LRI e o A 1H 1 AR IB AL BRI AFAE, ) L8 ALL MRS HERR ST S it 1 S8 il (i 5%
SRIM, &R MW I8 A% 2y AR EAT 2 SR A A A i M, DR — 2835 ALL o 25 e L I AN 22
RIERIGIR ALL, P8 7EAR FH M BUME 5K

&5k
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