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investigation of the new gene causing congenital anomalies of kidney and urinary
tract

Ohtsuka, Yasufumi

2,100,000

CAKUT 6 CAKUT 20
10 90 CAKUT

CAKUT 6 CAKUT 20

10 90 CAKUT 500 1
CAKUT 2

Congenital anomaly of kidney and urinary tract (CAKUT) accounts for 60% of
chronic kidney disease in children. About 20 genomes are known to cause CAKUT, but they occur in
less than 10% of patients, and 90% of them have an unknown cause. We explore new gene abnormalities
in Japanese by a parametric linkage analysis with exome analysis and genotyping analysis in two
Japanese families with many severe CAKUTSs.

As a result, there were no pathological mutations in the exome analysis. The parametric analysis was
performed on the two families based on the inheritance pattern (dominant model, additive model,
recessive model), but no clear cause could be found. It is considered to be a disease that should be
examined in consideration of abnormalities in the epigenetic mechanism.
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