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Pathological analysis of congenital hemolytic anemia due to mitochondrial
selective autophagy disorder
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A total of 255 cases of hemolytic anemia with undetermined causes were
analyzed during the four years from 2015-2019. As a result, the disease type could be diagnosed in
188 cases (73.7%). Hereditary spherocytosis (HS) was the most common type, and dehydrated hereditary

stomatocytosis (DHSt) was the second. The quantitative flow-cytometric osmotic fragility test
(FCM-OF) was shown to be useful as a screening test for DHSt.

In erythroblasts derived from KLF1-CDA patients, the expression of y -globin gene was significantly
increased and the expression of 4.2 protein gene was also markedly decreased in comparison with the
normal control. It was suggested that ineffective erythropoiesis was caused by multiple factors
responsible for hemoglobin switching and erythrocyte cytoskeleton formation.
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