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Abstract

Hereditary nonpolyposis colorectal cancer (HN-
PCC) is a dominant autosomal genetic syndrome,
accounting for 5%-10% of all colorectal cancers. It
is caused by inactivating germ-line mutations of
DNA mismatch repair (MMR) genes, including
hMLH1, hMSH2, hMSH6, hPMS2, and hPMS1.
HNPCC shows a tendency towards early age at
onset, multiplicity of tumors, right-sided colon
involvement, characteristic tumor pathology, and
spectrum of extracolonic tumors. The diagnosis
of HNPCC mainly relies on history and genetic
linkage analysis. Patients meeting the Amster-
dam criteria or Bethesda guidelines should un-
dergo detection of microsatellite instability and
immunohistochemistry analysis of hMSH2 and

hMLH1 expression. If one of the two detections
yields a positive result, molecular genetic testing
for germline mutations of MMR genes should be
taken into consideration.
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