2019 2021

Kawano, Haruna

Analysis of genetic mutations and pathophysiology in hereditary kidney disease
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Genetic analysis was performed on 450 cases of autosomal dominant polycystic

kidney disease (ADPKD) and nodular sclerosis (TSC), which are hereditary diseases. Though it was
diagnosed as ADPKD in the clinical diagnosis, several cases with different causative genes were
recognized. In addition, in the case of the PKD mutation, the PKD2 mutation occupied 26.7% of the
total, and the ratio was higher than the previous report of about 15%. The Exon deletion of PKD1,2
amounted to 4.7%. The adjacent gene syndrome of TSC and ADPKD was observed in 6 cases of 4 familys,
and all of them had the upper hand in TSC symptoms, and the result was different from the report
that the renal dysfunction was remarkable.
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ADPKD 339 291 85.8
134 157 a7 4 76 241 23
27 htTKV877.7ml 141.2 5584.3ml AeGFR/ -3.694 mL/min/1.73m
2 -15.6 6.6 mL/min/1.73m 2 Mayo A12,B93,C105,D57,E13
ADPKD 142 12

PKD1 Truncated mutation 142  (48.8 ), PKD1 Non-
truncated mutation 76  (26.1%), PKDZ2 Truncated mutation 60 (19.6 ), PKD2
Non-truncated mutation 10 (34 ), PKD1/2 3
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