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Abstract : Objective
polycystic kidney and its clinical phenotypes. Methods

To investigate the new splice site mutation of protein kinase D1 (PKD1) in adult
The clinical data of a family with adult polycystic kid-
ney disease were collected and the PKD1 gene in his family members conducted the high-throughput sequen-
cing by adopting the target sequence capture. The results were analyzed by combining with the literature. Re-
The c. 12138 + 1G> A (IVS44) mutation of PKDI1 gene in adult polycystic kidney existed in the
probands of this family. The father of this family died due to uremia caused by polycystic kidney. The mother’

sults

s generation sequencing results of the probands were normal. Conclusion The PKDI1 gene splice site mutation

is one of the causes of adult polycystic kidney in the Chinese population and enriches the PKDI1 gene mutation

spectrum of adult polycystic kidney.
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