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Clarification of pathophysiology and development of new treatment for lowe
syndrome using patient-derived proximal tubular cells
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We collected cases of patients with Dent disease 2 (D2) and Lowe syndrome
(LS), and genetically diagnosed 14 cases of D2 and 14 cases of LS by a next-generation sequencer. We
revealed the differences in phenotype and genotype between D2 and LS. Because we could not confirm
the difference in the expression of OCRL in the urine-derived cell lines derived from patients with
D2 and LS, we created an OCRL overexpressing cell line into which a vector containing the OCRL
mutation was introduced. As a result, in the LS cell line, OCRL expression and activity were
significantly decreased compared with D2. On the other hand, the nonsense readthrough was introduced
into the LS cell line having the nonsense mutation, but no improvement in OCRL expression was

observed.
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