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Study on mutation status of DNA polymerase genes in ataxia telangiectasia families
LIU Yu ,WANG Peichang”
(Department o f Clinical Laboratory , Xuanwu Hospital of Capital Medical University ,Beijing 100153, China)

Abstract: Objective To preliminarily observe the stable mutation site by analyzing DNA polymerase gene mutation in a family
with ataxia telangiectasia(AT) as gene damage repair defect disease to lay the foundation of further determination of susceptibility
gene risk mutation site of this disease. Methods The DNA polymerase gene families polA, polB, polD1, polD2, polE1, polG of the
AT proband were performed the direct sequencing for analyzing and screening the meaningful mutation sites. The mutation regions
of proband in the family members were directly sequenced. Results The child patient with AT had no mutation of exon in the DNA
polymerase gene,but which happened at polEl 12p24. 3 132696619 A™>>G. The mutation location was in the gene 3' UTR down-
stream. The family members sequencing results of the site mentioned above: the child's mother, grandmother and uncle happened
12p24.3 132696619 A > G. Conclusion  Although no mutation site is not detected in DNA polymerase gene exon of the AT
proband, there is a mutation site in the 3 "UTR position,there are also mutations in family members, which may be a stable muta-
tion site of AT.
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T>C.polEl 12p24. 3 132696619, 7£A & % %K 2 & 57 JF
KIIZSCIEE B E  5 5 KAMERE IR A 12p24. 3 132696619
A>G,
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