(®)
2017 2018

ADPKD Two-hit theory

Verification of ADPKD"s Two-hit theory using next-generation sequencer

Fujimura, Junya
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We investigated and elucidated two-hit theory using blood samples and
isolated kidneys of patients for the purpose of elucidation of the pathophysiology of autosomal
dominant poly cystic kidney disease (ADPKD), and finally from the findings The research was
conducted in order to find out the possibility of new treatment. Analysis with NGS of the case
where consent was obtained and direct confirmation with Sanger method were performed. In order to
improve the search efficiency of screening, we are trying to create a disease panel specialized for

PKD1 and PKD2 genes.
We did examining DNA extracted from patient®s blood-derived DNA as well as DNA extracted from cystic

epithelial cells of the kidney, which were isolated from the patient, and refer to the past
literature for techniques for establishing cultured cells using tissue fragments from the isolated

kidney established and standardized the procedure.
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