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Progressive research on genetic testing for hereditary gastrointestinal tumors
and fundamental research on next-generation medical genetics

Tamura, Kazuo
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Hereditary gastrointestinal tumor syndromes such as Lynch syndrome and
familial adenomatous polyposis are well known. These syndromes are diverse, including cases with
strong family aggregation and secondary findings in cancer genome profiling tests, and the number of

cases is gradually increasing. Therefore, the importance of measures to deal with hereditary tumors

is attracting attention.
Based on the pathogenesis of hereditary gastrointestinal tumor syndromes and the characteristics of
the causative genes, which we have studied for more than 30 years, we have been able to publish in
the past three years the renewal of analytical methods, measures for dealing with cancer, and
measures for relatives. In addition, we were able to clarify for the first time in Japan the actual
status of Li-Fraumeni syndrome, in which malignant tumors other than those of the gastrointestinal
tract occur frequently from childhood to adulthood.
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A case of Familial adenomatous polyposis with APC somatic mosaic variant revealed using NGS
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