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Elucidation of the molecular mechanisms of malignant rhabdoid tumors mediated by
dysregulation of super-enhancer function.
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Malignant rhabdoid tumors (MRT) are initiated by a single mutation in the
SNF5 gene and are classified into three subgroups, TYR, SHH, and MYC, according to DNA methylation
situation. The transcription factor RUNX1 binds to and regulates the expression of MYC on its
enhancer region, and we hypothesized that SNF5 deficiency alters the function of RUNX1, affecting
the expression of the MYC gene and resulting in the MYC subgroup. Both SNF5 and RUNX1 expression in
MRT cell lines showed a trend to decrease MYC mRNA and protein expression, but neither SNF5 nor
RUNX1 alone had any effect, suggesting that RUNX1 may regulate MYC gene expression in the presence
of SNF5, but further investigation is needed.
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Two New MRT Cell Lines Established from Multiple Sites of a Synchronous MRT with a Unique DNA Methylation Pattern.
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