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ABSTRACT: Familial adenomatous polyposis (FAP) is the second-most common inherited colorectal cancer syndrome, with a
prevalence of 1 in 10,000 individuals. Characteristic features of FAP include development of multiple colonic adenomas beginning in
early adolescence, and inevitable CRC in untreated individuals. In the past, familial adenomatous polyposis (FAP) was known to be
inherited in an autosomal dominant manner and caused by germline mutations in the adenomatous polyposis coli (APC) gene. According
to the differences of clinical features, FAP can be divided into two clinical phenotypes, classical familial adenomatous polyposis (CFAP)
and attenuated familial adenomatous polyposis (AFAP). But recently, biallelic mutations in MutYH gene have been found among some
FAP patients without APC gene mutations. The syndrome associate with biallelic MutYH mutations is called MutYH-associated
polyposis ( MAP ). MAP is inherited in an autosomal recessive manner. In addition , some researches indicate that the location of the
mutation within APC has been associated with the severity of colonic polyposis, the degree of cancer risk, and the presence of some
extracolonic features. Identification of MAP and researches on genotype-phenotype correlations of FAP provide more knowledge about
genetic etiology of FAP to us, which has significance on reasonable diagnosis and treatment on FAP patients and at-risk relatives, as well
as their prognosis.
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