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Atypical hemolytic uremic syndrome SaHUS) is a disease that develops by
complement-related genetic or acquired factors. We collected 118 clinically-diagnosed aHUS patients
by the end of 2016 and reported the clinical features of aHUS patients in Japan. Many candidate
genes are reported in this disease, and novel genes are also being reported. In this study, we
established an analysis method by using whole exome sequencing. We also established a method for
analyzing the copy number of genes by the MLPA method and found a novel rearrangement in the CFH and
CFHR gene regions.

Based on the results of this research, we established an exome analysis capable of detecting known
gene variants, verifying new gene variants, and exploring for new gene mutations, and contributed
greatly in this disease.
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