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Analysis of the epigenetic modification of ATGL gene in idiopathic TGCV
pathogenesis
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The original aim of the stud% was to find the epigenetic mechanism by which
ATGL gene is regulated in idiopathic TGCV (1-TGCV) that has no pathogenic ATGL mutations. However,
the ATGL protein mass in I-TGCV patients was found not to be decreased, rather up-regulated,
compared to healthy controls. Therefore, the goal of the study needed to be reconsidered.
To find new targets for the elucidation of I-TGCV pathogenesis, the followings were performed in
this study. (1) A long chain fatty acid (LCFA) metabolism assay using white blood cells from
patient’ s peripheral blood based on ex vivo detection of a fluorescent LCFA probe export, which our
laboratory previously developed. (2) Analysis of ATGL coding exons of 24 samples from I-TGCV
patients to identify SNPs and to elucidate their relationship with the pathogenesis. (3) More
detailed re-analyses of proteome data from fibroblast cells derived from TGCV patients and the
hearts of ATGL-knockout mice using our published results.
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