EZHH 2021 ££ 8 A% 31 5% 4 #1 New Medicine, Aug. 2021, Vol. 31, No.4

—5IGE6PDE Elc.1478G>AZEITE]
BE I RBRE GRS F it E =

A8, RHRE, RIRE, ARE, BHF, REF

RN ARFFEER LA (KX 430071)

[3HZE]) #Hi% —6- BRI 8 ( glucose—6-phosphate dehydrogenase, G6PD ) it
ZAEEH DL BEGR A, A AT S ACNZ B, BEZN 2~10 X LE, EE N
SR, ROV SPERMEDTIN, FATIGR L GOPD bk = AF 24 SR P2 i 5 I
FE AT R BB A W AT T 1 PR S eSS P EAE AT R R, 45
TRPRE SCRRG YT JE IR B ). 456 LI RGORE i B G A S B DR P25 Rt A
30T, BAS GOPD B ZAE FECSMER ML LG IFEAE PR AR IR | B 7Rk, BeAt,
A B L3 BRI A 1 A8 Y GOPD JE R 2845137 4, ¢.1478G>A (p.Argd93His ) ,
JE TR RXS GOPD ik Z A& ™ HE I D RER T i it L2 R

[RBEIR)] A%H —6- BERRIBL AR ZAE s GOPD JE[H s FAEMF 4

A literature review and case report of severe hepatitis caused by the G6PD
gene ¢.1478G>A mutation

Jian LIU, Yan-dJun WANG, Shun-Jun XIONG, Bing-Yan HE, You-Ping DENG, Dong-Chi ZHAO

Department of Pediatrics, Zhongnan Hospital of Wuhan University; Wuhan 430071, China
Corresponding author: Dong-Chi ZHAO, E-mail: zhao_wh2004@hotmail.com

[ Abstract] G6PD (glucose-6-phosphate dehydrogenase) deficiency is the most
common enzyme deficiency disease in humans affecting over 500 million people worldwide,
with most patients being children aged 2 to 10 years. G6PD deficiency usually has an acute
onset and manifests as acute hemolytic anemia. Clinically, G6PD deficiency leads to acute
hemolytic anemia and cases with severe hepatitis are relatively rare. This article reports a case
of acute hemolytic anemia complicated by severe hepatitis, which made a rapid recovery after
supportive symptomatic treatment. It analyzes the results of the child’s clinical data, auxiliary
examinations and gene sequencing, and summarizes the clinical and genetic characteristics
of acute hemolytic anemia complicated by severe hepatitis caused by G6PD deficiency. In
addition, the genetic sequencing of this patient detected a new mutation site of the G6PD
gene c.1478G>A (p.Arg493His), which expands the clinical genetic understanding of G6PD

deficiency with severe liver damage.
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Table 1. Hemolytic anemia screening results
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Figure 1. Dynamic changes of hemoglobin,
reticulocyte percentage, coagulation function and

liver function
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