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[Abstract] Objective To detect thesuspected hereditary spherocytosis family gene mutation and discuss
the probable cause of atypical phenotypes and phenotypic differences. Method The core family medical
exome sequencing was used for gene mutation detection and Sanger sequencing verified the results. Prena-
tal diagnosis of the second fetus was performed with full informed consent according to the genetic muta-
tion found in the family. Results Exome sequencing found that there was a split-site heterozygous muta-
tion c. 4381+ 1delG in ANK1 gene in proband, which was inherited from her father. The position is highly
conserved between species and the prediction of bioinformatics software suggested that the splicing might
be affected. The mutation was not found in the exome sequencing database of the reference population
(2000 people) in our laboratory, suggesting low population frequency. Prenatal diagnosis indicated that the
fetus inherited the mutation from the father. Conclusions The new mutation c. 4381+ 1delG of ANK1
gene was found in a family with hereditary spherocytosis, which enriches the mutation spectrum of ANK1
gene. The proband and the father carried the mutation, but they don’t have typical clinical manifestation
and the phenotype was different, which may be caused by the mutation did not lead to the complete loss of

anchor protein function, the degree of erythrocyte membrane damage was mild, and the genetic back-

DOL: 10. 13470/j. enki. ¢jpd. 2019. 03. 001
* W IESE : 22 3E3E , E-mail ; shuyue88@163. com
FETH TR BB = BRI S 47 H (B2017057)

s
7

i



2 - iCEHF -

CFREPRIZWZE (B TRHD ) 2019 445 11 45 3 15

ground variation between different entities result in variable phenotype. The foetus inherited the paternal

mutation, which provides genetic counseling information for the disease risk.
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