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Search about germline genetic predisposition to malignant mesothelioma

Yoshikawa, Yoshie

3,800,000

3p21 BAP1, SETD2,

PBRM1, SMARCC1 2
3 BAP1 3

Malignant mesotheliomas are associated to exposure to asbestos and are
highly aggressive malignancies in adulthood. To date, only infrequent level of mutations has been
reported in this type of tumor. We here detected frequent biallelic deletions, as chromothripsis, in

the genes BAP1, SETD2, PBRM1, and SMARCC1 at 3p2l region. We identified germline mutations of BAP1
in Japanese and Caucasian apparently sporadic patients both at freguency of 3%. We also detected
missense germline rare variants in SETD2, PBRM1, and SMARCC1; the frequencies differed among
ethnicities. These germline mutations may impair gene function and predispose individuals to
malignant mesotheliomas.
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