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The establishment of comprehensive genetic analysis scheme for familial
hypercholesterolemia
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We have developed an useful scheme of comprehensive genetic analysis for the
patients with familial hypercholesterolemia (FH). We have shown that this scheme is useful not only
for their accurate diagnosis, but also for differential diagnosis, leading to appropriate medical

therapies. In addition, we have shown that a substantial proportion of individuals who have been
diagnosed as clinical FH exhibit deleterious mutations in ABCG5 or ABCG8, suggesting that those
mutations exacerbate or mimic the FH phenotype.
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