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Abstract Objective: To explore the genetic heterogeneity and prognostic factors in adult core-binding factor
acute myeloid leukemia (CBF-AML). Methods: The clinical data of 271 newly diagnosed adult CBF-AML were
retrospectively analyzed, including 188 patients with t(8; 21) AML and 83 patients with inv(16)/t(16; 16)
AML. Chi-square test was used to compare the difference of molecular genetic between t(8; 21) AML and inv
(16)/t(16; 16) AML. Log-rank test and Cox regression model were used to analyze the impact of clinical factors
and gene mutations on survival and relapse in CBF-AML. Results: Sex chromosome deletion, CD19 expression,
and CD56 expression were more common in t(8; 21) AML(33.6% vs 1.5%, P<C0.001; 58.9% vs 6.8%, P<<
0.001; 63.8% vs 1.7%, P<C0.001), while trisomy 22 was more common in inv(16)/t(16; 16) AML(13.6% vs
0.7%, P<<0.001). The incidences of KIT and EZH2 mutations in t(8; 21) AML were significantly higher than
those in inv(16)/t(16; 16) AML(51.8% vs 28.3%, P=0.010; 18.8% vs 4.3%, P=0.022). The incidences
of FLT3 and WTI mutations were significantly higher in inv(16)/t(16; 16) AML than those in t(8; 21) AML
(34.8% vs 12.9%, P=0.003; 15.2% vs 4. 7%, P=0.044). For t(8; 21) AML patients, KIT D816 was an
independent risk factor for overall survival(P =0. 050) and allogeneic hematopoietic stem cell transplantation was

an independent protective factor for overall survival(P =0.029). Higher bone marrow blasts and CD19 negative
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were independent risk factors for event-free survival(P=0.043; P=0.008). KIT D816 and CD19 negative were
independent risk factors for cumulative incidence of relapse(P =0.014; P=0.036). For inv(16)/t(16; 6) AML

patients, extramedullary involvement was the independent risk factor for event-free survival(P=0.023) and allo-

geneic hematopoietic stem cell transplantation was the independent protective factor for cumulative incidence of re-

lapse(P =0. 037) and event-free survival(P=0.015). Conclusion: t(8; 21) and inv(16)/t(16; 16) AML are het-

erogeneous in clinical characteristics, cytogenetics, gene mutation profile, and prognostic factors.
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(P=0.050) , Ifif 5 & A & I+ 20 i B8 4 2 2 i OS
B A ST AR 22 (P = 0. 029) ; W1 12 B 86 25 J5 44
AT H(P = 0. 043),CD19 A 35 (P =0.008) &
M EFS (S fE B R 2 KIT D816 748 (P =
0.014),CD19 AFEIA(P =0.036) &0 CIR )1k
SfERR R (FE 2), X inv(16)/t(16516) AML
BH L BEAMNR IR EFS 7 Gk & (P =
0. 023) , 5 5 P 3 1+ 48 J B8 4 2 52 ) CIR (P =
0.037)F1 EFS(P =0. 015) By <7 ff4 H 2 (36 3).,

R2 t(8;21) AMLEEWESHEESF
0S CIR EFS
(PSS
HR95%CD) P HR(95%CD) P HR95%CD P

F YT 5=15. 42X 10° /L — — — — 2.85(0.05~5.67) 0.290
B AR 20 i =>46. 91 % 2.30€0.89~5.98) 0.085 — — 2.57(1.05~3.56) 0.043
KIT D816 5¢7% 2.56(1.00~6.61) 0.050 5.75(1.43~23.15) 0.014 1.01(0.08~13.19) 0.994
CD19 ik — — 0.33(0.11~0.93) 0.036 0.15(0.03~0.62) 0.008
2 MFRJER CR 2.64(0.83~8.33) 0.098 1.69(0.30~9.54) 0.552 0.01(0~2.78) 0.112
3T R G AL AR K F<C0. 1% — - 0.33(0.08~1.40) 0.132 0.48(0~24.316)0. 714
S 55 R 3 0T 4 B A AR 0.35(0.14~0.90) 0.029 0.64(0.12~3.42) 0.601 0.15(0.01~1.78) 0.131
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£ 3 inv(16)/t(16;16) AML EEHESEESH
R 0S CIR EFS
HR95%CI) P HR(95%CI) P HR(95%CD) P
i 50=>15. 42 X10° /L. — — 3.68(0.83~16.45) 0.088 — —
L alt] 0.88(0.35~2.46) 0.989 2.62(0.73~9.43) 0.141 3.52(1.19~10.44) 0.023
FLT3-ITD &7 2.37(0.48~11.76) 0.290 — — — —
SAIFRRIGA A FEKFE<0.1% 0.48(0.12~1.96) 0.310 — — — —
S 55 A 3 I T A i AR 0.38(0.09~1.55) 0.178 0.37(0.15~0.94) 0.037 0.38(0.18~0.83) 0.015
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F 5% i3 — B AR Y K B G iR Bl O 2 L
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INAPEG R B  1(8521) AML BE A R
Je R OEE AT B AT A A R A et ARG
LER7S S ATS T N R R N e e e
FERE R BA M., XARE S ARV R HE
TRIT 7 BN A 6, 0 2 75 42 37 53 L R o i+ 400 e
FEAH B 35 58 ) 25 69T

#F 5% iF %2 RUNXI-RUNXITI1 #1 CBES
MYHI11 FA SR A B B8 2 L5 A i 5% 1
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AR RAD21 . SMC1A) Fl 87 44 (4n SF3B1,
SRSF2) %5 [y F& K 28 A8 1/ A 5 438 DNA
B AL e 60 0 18 1 L o 1 P SR 2 A A G 1) 2 R
RAZTE t(8;21) AML H i & UL, M 7E inv (16)/
t(16516) AML Hrag /> Lte=) o ARG 5T & & B
Y 25 53X AT RE 5 00 ) R R RN B0 A 8 B O W A
X, EABIR AW 1(8;21) AML ##% RTK/RAS
A KIT =272 B W& T inv(16)/t(16;
16) AML, i FLT3 .NRAS %45 7F inv(16) /t(16;
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ITD Z7457F 1(8;21) AML £ F inv(16)/t(16;16)
AML, T FLT3-TKD %78 7F inv(16)/t(16;16)
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HHG B AR T — L,

KIT %784 CBF-AML H (1) il 5 & S 1 A7 75
Al ELN-2022 $5 A% KIT AN A
CBF-AML Wfalsr 2 & . T E AML 15 61
H KIT D816V %748 iy CBF-AML H 2K T i J5
Y, Tshikawa 2820 Y FIRE PR I R F 55 45 1
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To i K A B ST R RS R A 5ol 1
# KIT D816 %278 5 1(8;21) AML i J5 % VI M
08 Ishikawa ZP7 R A5 1(8;21) AML
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KIT %5 17 S48 T 28748 i I IR & S/, A AT
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BE CIR 5 OS Wz Wi J5 &, X F inv
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Schessl 028V Kim 2857 (1 3h 4 52 56 AF 55 IF
52, FLT3-1TD Bplel RUNX1-RUNXI1T1 1 CBFS-
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