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Elucidation of mechanism of pathogenesis of paroxysmal nocturnal hemoglobinuria
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Paroxysmal nocturnal hemoglobinuria (PNH) is considered to be an acquired
stem cell disease based on series of experiments including those using mouse models. We performed
whole exome sequencing and targeted deep sequencing for intrafamilial PNH patients for the first
time in Japan. However, we could not identify gene mutations that might be involved in the etiology
of PNH in intrafamilial pair. Based on the above, it is highly possible that these cases have
developed sporadic PNH in a parent and a child, and the results further support the conventional
understanding that PNH is an acquired disease.
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