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Protocol for exome sequencing analysis to identify a causal gene of familial I1gA nep
hropathy
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A genetic predisposition of IgA nephropathy (IgAN) has been suggested by the famil
ial clustering of the disease. To identify the genetic cause of familial 1gAN, we applied exome sequencing
to a family comprising four biopsy-proven IgAN. Exome sequencing of four affected, two carriers, and_two
non-affected individuals were captured, followed by Next-generation sequenciing. After several-step filter
ing including annotation and functional expectation, a novel missense variant F161Y in EEAl was found to b
e candidates for familial IgAN. Furthermore, we identified additional 3 rare mutations in 5 affected indiv

iduals of 24 familial IgAN probands by exome sequencing. In conclusion, mutations in EEA1 could be causal
ity for 20% of familial IgAN.
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