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Next-generation sequencing (NGS) was used to perform genetic analysis of 39
families with suspected autosomal dominant tubulointerstitial kidney disease (ADTKD). The causative
gene was identified in 16 families (diagnosis rate 41.0%). ADTKD-MUC1, which was previously
difficult to analyze, can also identify gene mutations in 4 cases from 3 families, and all
ADTKD-related genes (MUC1, UMOD, HNF1B, REN, SEC61A1) known by this study are genetically Since we
were able to make a diagnosis, we were able to establish an ADTKD comprehensive genetic diagnosis
system using NGS. Furthermore, there were mutations in the BICC1 and PKD1 genes in clinical ADTKD
cases, and 1t was also shown that these may be novel genes for ADTKD.
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