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Comparative genetic analysis of central nervous system lymphomas between sites
in the central nervous system or extracranial organs
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In order to search for mutations of central nervous system (CNS) lymphomas
which might serve as driver mutations in the CNS, we have performed targeted sequencing in paired
samples from four secondary central nervous system lymphoma (SCNSL) cases and two systemic relapse
of primary central nervous system (PCNSL) cases. Mutational profiles were compared between the
primary and recurrent tumor. MYD88, CD79B and PIM1 mutations were observed as shared mutations in
all cases, therefore seemed to be relatively early genetic events. In the SCNSL cases, several de
novo mutations were enriched only among the recurrent CNS tumors. One of those mutations were
observed in 3/4 (75%) cases, and two mutations were observed in 2/4 (50%) cases. It is suggested
that these de novo mutations in the recurrent CNS tumors might serve as driver mutations in the CNS.

Further analysis in larger cohorts, and functional studies are required in order to validate these
findings.
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