Familial Adenomatous Polyposis (FAP)

Polyposis Colorectal Cancer Syndrome

· Main feature of FAP is hundreds to thousands of adenomatous polyps.  

· 90% of individuals with FAP develop polyps by age 30

· If untreated, 93% will develop cancer by age 50

· Lifetime risk for CRC is 100%.

· Autosomal dominant: 50% chance of passing gene onto a child with each pregnancy

Extracolonic Cancers Associated with FAP

	Malignancy
	Relative Risk
	Absolute Lifetime Risk(%)

	Desmoid
	852.0
	15.0

	Duodenum
	330.8
	3.0 – 5.0

	Thyroid
	7.6
	2.0

	Brain
	7.0
	2.0

	Ampullary
	123.7
	1.7

	Pancreas
	4.5
	1.7

	Hepatoblastoma
	847.0
	1.6

	Gastric
	-
	0.6
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Extracolonic Manifestations of FAP

	Characteristic
	% of Patients

	Congenital hypertrophy of the retinal pigment epithelium (CHRPE)
	58-88%

	Epidermoid cysts
	66%

	Osteomas
	>90%

	Dental anomalies
	33%

	Desmoid tumors
	5-10%
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For more information about FAP visit Gene Reviews 

http://www.ncbi.nlm.nih.gov/bookshelf/br.fcgi?book=gene&part=fap 

Surveillance 

· Refer individuals with the clinical features of FAP for genetic counseling and possibly testing.  

· If the test is positive:

· Test at-risk family members including asymptomatic minors.  

· Children with an APC gene mutation should begin screening as early as 10 years of age 

· Screening recommendations include: 

· Flexible sigmoidoscopy at age 10-15 years with random mucosal biopsies

· Colonoscopy with random biopsies at age 18-20 years; repeated every two years

· Children who do not have the mutation can defer screening until they are 50-years-old

· If the test is negative:

· Screen all at-risk family members annually with flexible sigmoidoscopy or colonoscopy beginning between 10 and 15 years of age.  

· If adenomas are detected, follow as if they have FAP

· If polyps are not detected, consider ordering a colonoscopy every 5 years beginning at age 20

NCCN Guidelines can be found at: http://www.nccn.org/professionals/physician_gls/PDF/colorectal_screening.pdf
