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Whole — exome Sequencing Identified a Novel KAL1 Mutation in a Pedigree with Kallmann Syndrome. Li Bin,Xu Hongli,Duan Jing,et
al. Department of Physiology , Institute of Basic Medical Sciences CAMS ,School of Basic Medicine PUMC , Beijing 100005 , China

Abstract Objective To examine the molecular genetic pathogenesis in a pedigree with Kallmann Syndrome. Methods Whole —
exome sequencing was performed on the proband, and the interpretations of variations were finished according the ACMG recommendation.
Identified mutations were validated in all family members available by Sanger sequencing. Results A total of 3418. 98 Mb bases were cap-
tured and mapped to targeted region. The mean depth of targeted region was 77. 66X with 99.23% coverage. 5056 sequencing variations
were detected , including 3174 rare sequencing variations. A novel mutation c. 1735_1736insT in KALI gene were identified as likely path-
ogenic,which is co - separated in the pedigree. Conclusion c¢. 1735_1736insT in KALI gene was likely a novel pathogenesis in Kall-
mann Syndrome.
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