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The onset mechanisms for inherited salt-losing tubulopathies
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We established a comprehensive diagnostic system for inherited salt-losing
tubulopathies by targeted sequencing. As a result, we have performed genetic diagnosis of
approximately 150 cases in three years, and now we have received analysis requests of 5-10 samples
monthly. As a result, 1. Established the methodologies for ldentification of deep intronic mutations

in Gitelman syndrome, and for pathogenicity search of intra-intron mutations, 2. Established the
novel methodology for detecting Copy Number Variation and identified HNF1B deletion which was
causative variant for pseudo-Bartter syndrome. 3. We clarified the mechanism of the development of
pseudo - Barter syndrome in hereditary hypercalcemic hypocalcemia.
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