©
2017 2019

Metabolic changes and epigenetic abnormalities caused by tuberous sclerosis
compex (TSC) gene mutation
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To identify novel therapeutic target pathways for tuberous sclerosis complex

(TSC), an inherited and intractable disease, we analyzed metabolic changes and epigenetic
abnormalities caused by causative TSC gene (Tscl or Tsc2) mutation. In Tsc2 gene-deficient ES cells,
certain histone modifications tended to be reduced. The expression of genes encoding enzymes
catalyze histone demethylation were also downregulated. In TSC gene-deficient renal tumor cell
lines, treatment with an inhibitor of a branched-chain amino acid amino transferase (Bcatl)
suppressed cell growth. Although the mechanisms of those phenomena have not been fully elucidated,
pathways related to those epigenetic and metabolic enzymes may be novel therapeutic targets for TSC
treatment.
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