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Pathophysiological Study on Aortopathy towards Prevention
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Recent study revealed numbers of pathogenic genes for hereditary aortic
diseases. However, many patients with these diseases due to unknown genetic cause had not been
diagnosed or properly managed. This study aimed to improve genetic test and precise classification
of aortic diseases, Improving better medical care for them. We performed exome analysis of young
patients including 43 cases with past history of aortic diseases as well as undiagnosed 304 cases
with aortic diseases. As a result, we identified PMEPAL gene as a new pathogenic gene for hereditary

aortopathy by an international collaborative study with other researchers. Furthermore, we
identified more aortic patients with PMEPAL gene variants. Genetic and phenotypic study of these
patients revealed characteristics of patients with this particular gene mutation. These results will
help better medical care and prevention of aortic diseases.
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