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Clarification for clinical significance of autophagy-related gene variants in
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The purpose of this research project was to investigate whether
autophagy-related gene mutations cause cardiomyocyte damage. Whole exome DNA analysis of 32 DCM
patients focused on 116 genes related to cardiomyopathy and 44 genes related to autophagy, and
mutations in ATG2B (c.1939C>T) and PSEN2 (c.1262C>T) were associated with DCM. It was shown that
this may be the cause.

A functional analysis of PSEN2 revealed in May 2021 that PSEN2 is responsible for the
intracellular transport of Parkin, a protein that controls mitophagy, from the cytoplasm to the
mitochondria. We were able to prove that autophagy-related gene mutations can cause cardiomyocyte
damage, achieving our research objective.
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