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Search for novel disease causative genes and development of a phenotype-genotype
database utilizing the comprehensive kidney disease diagnosis panel
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Comprehensive genetic testing using the next-generation sequencing (NGS)
panel for diagnosis of inherited kidney diseases, which we introduced to nephrology field first, was
applied to about 700 cases by 2018. At this moment, many definitive genetic diagnoses could be
obtained. By accumulating undiagnosed cases and identifying common gene mutations among them, we
aimed to discover novel disease causative genes and to find genotype-phenotype correlations from
accumulated data. As a result, CACNALH and SQSTM1 have been identified as new responsible gene
candidates for salt-losing kidney diseases, and further investigation is currently ongoing. To
discover novel responsible genes is not limited to only elucidation of the pathophysiology of rare
diseases, but is also useful for development of treatment strategies for common diseases such as
salt-sensitive hypertension and organ damages.



Next Generation Sequencing : NGS

2010
J, J Genet Genomics, 2011
NGS

2005
Zhang

160

SPEedy and Efficient Diagnosis of Inherited Kldney Diseases [SPEEDI-KID]

(Mori T,

Clin Exp Nephrol, 2016)

)

(2) MRHIBR TN T — & N— A DBHIC & S RIS -BIZTRAABIBIER DfEH

160

)

Gitelman

2018 59

24 40.7%

MYH9
, Sebastian

W/ AR

Simple, sPEedy and Efficient Diagnosis of Inherited Kldney Diseases (SPEEDI-KID)
Polycystic Kidney Disease Panel (PKD Panel)
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