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Creation of precision medicine for aortic disease by comprehensive gene analysis

OKADA, Takayuki
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The FBN1 gene is highly polymorphic, leading to many variants of uncertain
significance (VUS). Our study on patients with aortic diseases linked to FBN1 mutations revealed
that many lacked typical characteristics like tall stature and skeletal deformities, indicating
possible ethnic differences. Through our expression and functional analyses, we found instances with

no mutations, Marfan-related disorders with FBN2 mutations, and ocular and neurological cases with
FBN1 variants, highlighting the diverse manifestations of these mutations.
Aortic diseases are often fatal and a leading cause of sudden death. Their onset mechanisms and
timing are largely unknown, complicating emergency interventions. Genetic predispositions have been
suggested, and our findings on FBN1 variants show that advancin? VUS analysis can improve
understanding of environmental interactions, aiding in the development of preventive and precision
medicine.
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