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Establishment of the diagnostic system of patients with atypical hemolytic uremic
syndrome, and analysis of the characteristics of aHUS patients in Japan

Yoshida, Yoko
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In this study, we aimed to establish the diagnostic system of aHUS patients in
Japan and analyze the characteristics of these patients. Through this work, we identified one-hundred
three aHUS patients. Among 71 aHUS patients in Japan, 24% (17/71) had severe (>50%) hemolysis, and 12 of
17 patients had the CFH-related abnormalities. Twenty-one patients had C3-p.11157T mutations, which was a
high-frequency mutation in our aHUS cohort. Most interestingly, a geographical distribution of gene
mutations of aHUS patients showed that the patients carrying the C3-p.11157T mutation were only found in
an extremely restricted area (Kansai district including Mie, Nara, Kyoto, and Osaka) and not found in
other areas of West Japan. These results will be able to contribute to the early diagnosis and treatment
of aHUS patients in Japan.
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