Trucot Syndrome


Turcot Syndrome 

· A variant of both HNPCC and FAP 

· Autosomal dominant disorder

· Two-thirds of patients have a mutation in the APC gene.

· One-third of patients have a mutation in a mismatch repair gene, usually PMS2 

Clinical Characteristics

· Colorectal adenomas or cancer

· Develop during the second decade

· Patients with Turcot syndrome and an APC gene mutation have fewer polyps 
(< 100) than patients with FAP

· Tumors of the central nervous system

· May occur in childhood

· Medulloblastomas are associated with a mutation in the APC gene

· Glioblastomas are associated with a mutation in a mismatch repair gene

· Tumors exhibit microsatellite instability 

Surveillance

· Refer individuals with the clinical features of Muir-Torre syndrome for genetic counseling and possibly testing. 

· Screening recommendations:

· Regular colonoscopies from age 25, in cases associated with HNPCC 

· Similar to that for FAP if the patient has an APC gene mutation

http://www.nccn.org/professionals/physician_gls/PDF/colorectal_screening.pdf
