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polyposis/colorectal cancer

Amrit Lamba, Parth Parekh, Chris Dvorak, Jordan Karlitz

Abstract

We present a patient with a history of colonic pelyposis and family history
significant for ¢colon polyps and colorectal cancer (CRC). The patient and the
family also had a history of bone loss of the jaw and early tooth loss, consistent
with oligodontia. Genetic tesling revealed the patient to have a previously
unpublished variant of unknown significance (VUS} in the AXIN2 gene. These
clinical findings have been demonstrated previously in enly two other families,
both of which exhibited oligodontia, colorectal neoplasia (polyps and cancer) and

a heterozygous mutation in AXIN2 [1,2]. The AXIN2 protein is component of the

Wnt pathway, which is known to be vital for organism development and cellular
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Colon cancer is a well-known feature of familial polyposis coli. ... Pedigree analysis showed best fit with
autosomal dominant inheritance. . Likelihood analysis strongly supported dominant inheritance of a
susceptibility to ... by treatment with the demethylating agent 5-aza-C. A striking correlation between genetic
instability
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