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(FE] HE  HUHE CEBPA 3 K 278 1) Rk S MEHE 2 IR (AML) Y IG PREFAE S5 PR B 5%
T, B o SR R A . A3k A — M CEBPA B 28748 AML 5 3 (88 1 & A% I
PRFFHE A B UG IR Rl o W SEiiE 5 R AL BB B 1 s B4, 5 58T A MO R IE R
SRAESNEN 38 3k 3 R PP B ARG LR 2878 . R EE R IAE 10 Ni2Wih AML, K 5 441,
7 6, OAERE 9(3 ~48) % o 10 E T, 6 FISET, Horh 4 BIRBEATIAYTY , | Bl A LT R A 77 3 4F
SR BET 1 BRI 2 B SCRRIRIT AR A7 2 4R R A8 4 BB AR AE 1 27 /R AR A7 IR 1548,
3R E 2 AT T T AN A R, ERE VTR AE , AR AE R 20 6.9 28 N H o XFSEIEH K 8 44
LS A M4 26 R 0 o6 R E AT 3 B, &30 S B AF7E IR 52 CEBPA TAD p.G36Afs*124 28748, Hop
4RI AML, 1 BIEET ES R L. &8 £k CEBPA RN KA M FEME AML 278 JLEE K75 HAFE
W9 , B S8 A ndEn e AN R il BURIRYT , KEHUE R 4T,
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[Abstract] Objective To investigate the clinical characteristics, etiology, and prognosis of
familial acute myeloid leukemia (AML) with germline CEBPA mutation and improve the understanding of
familial leukemia. Methods The age of onset, clinical characteristics, outcome, and prognosis of a family
of patients with AML were investigated, and the family tree of the cases was displayed. Bone marrow and
oral mucosal cells were collected from the proband, and peripheral blood was collected from the relatives of
the proband. Gene mutation was detected by gene sequencing technology. Results A total of 10 patients
in this family were diagnosed with acute leukemia, including 4 males and 6 females, with a median age of 9
(3 — 48) years. Of the 10 patients, six died. Among them, 4 patients did not receive treatment, 1 patient
survived 3 years after chemotherapy and died of relapse, and one patient died 2 years after receiving
traditional Chinese medicine and supportive treatment. Four patients are alive. One patient has survived
15 years through chemotherapy, and three patients have survived with chemotherapy combined with
hematopoietic stem cell transplantation, and the survival time was 6, 9, and 28 months at the end of follow-
up. Gene sequencing was performed on proband and 8 relatives of the proband, and 5 were found to have
the germline CEBPA TAD p.G36Afs*124 mutation. Among the 5 individuals with confirmed CEBPA
mutation, 4 were diagnosed with AML, and 1 had not developed disease during follow-up. Conclusion
AML with germline CEBPA gene mutation mostly occurs in children and young adults, with complete or
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nearly complete penetrance. With active treatment, most of the patients have a favorable prognosis.
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