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[ Abstract |
polyposis (FAP). Methods Genomic DNA was extracted from peripheral blood of the patient. Target region enrichment combined with

Objective To diagnose the mutation of adenomatous polyposis coli (APC) in a patient with familiar adenomatous

next generation sequencing was performed for the patient. The mutation screened by target region capture sequencing was further identi-
fied by Sanger sequencing. Results A heterozygous deletion mutation of ¢.3931_3925delAAAAG, p. [le13071lefsX6 in APC was iden-
tified , which resulted in a frameshift within the coding sequence and brought about a premature translation termination codon. Conclu-
sion The mutation of ¢.3931_3925delAAAAG (p. Ile13071lefsX6) in APC gene contributed to the pathogenesis of familiar adenoma-
tous polypsis.
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