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A case of diagnosis of congenital dyserythropoietic anemia [[ with SEC23B gene
mutation and the literature review”
SUN Huimin, JIANG Zhongxing”™ \WANG Weimin
(Department of Hematology ,the First Af filiated Hospital of Zhengzhou
University , Zhengzhou, Henan 450000, China)

[Abstract] Objective To emphasize the importance of gene mutation detection in the diagnosis of com-
plex and rare genetic diseases, and to enhance the understanding of congenital dyserythropoietic anemia
(CDA). Methods High-throughput second-generation sequencing technology was used to identify the appli-
cant’s hematopathy-related gene total exon coding and splicing sequence. After determining the pathogenic
gene, utilized the Sanger sequencing method for verification,and the applicant, parents genotype were also test-
ed. The case of CDAJ[ was reported and the related literatures were reviewed. Results The applicant was a
young woman. When she was adult, she was found as anemia,jaundice, splenomegaly and gallbladder stone,
and the blood routine showed mild anemia of normal cell. Blood smear showed 6% spherical red blood cells.
Under the light microscope, there were dinuclear red blood cells in the form of bone marrow occupying 12 % of
nucleated red blood cells. The dumbbell nuclear and flower nuclear red blood cells were common, occasionally
spotted nuclear were found. The blood system disease genetic screening (high-throughput second-generation
sequencing) from applicant and her parents showed:the applicant had SEC23B gene c¢. 74C> A (p. Pro25His)
and c. 1588C>T (p. Arg5b30Trp) complex heterozygous variation,and her mother had SEC23B gene c. 74C>A
(p. Pro25His) heterozygous variation and her father had SEC23B gene c. 1588C>T (p. Argb30Trp) heterozy-
gous variation. The applicant was diagnosised with CDA ][ . and received follow-up for the time being because
there were no complications such as severe iron overload. Conclusion  The SEC23B gene c. 74C > A

(p. Pro25His) and c. 1588C>T (p. Arg530Trp) complex heterozygous variation is the molecular pathogenesis
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of this patient with CDA . To improve the understanding of CDA,it is extremely important to actively carry
out the detection of CDANI1,C150RF41,SEC23B,KIF23,KLF1 and GATA1 gene related to the disease.
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