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ABSTRACT Familial adenomatous polyposis (FAP) is a disorder by autosomal dominant inheritance caused by
mutations in adenomatous polyposis coli (APC) gene. The aim of this paper was the investigation of a part of exon
15 of the APC gene in FAP patients in several provinces of Iran. Blood sample was obtained from FAP patients. A
part of exon 15 of APC gene was amplified by PCR and underwent direct sequencing. Researchers found 23 FAP
patients by severe polyposis in colorectal and identified new mutations in the three patients, including c.2910delT
(17 year old) and c.3577-3578 delCA (30 and 34 year old) with severe polyposis and a substitution (N862K) in 
patients. In this paper, small deletions in APC gene led to produce truncated non-functional APC protein. N862K
mutation appears to be important for developing the disease. The results of this paper confirmed that there is a
correlation between age of onset and phenotype with the proximity of the mutation to 5'-end of gene.

Int J Hum Genet, 17(4): 145-150 (2017)
DOI:10.31901/24566330.2017/17.04.01


