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Elucidation of the pathogenesis of diamond-blackfan anemia and identification of
novel therapeutic targets

Toki, Tsutomu

3,600,000

TP53
TP53

60%

In this stud%, we attempted to investigate the pathogenesis of
Diamond-Blackfan anemia, one of the hereditary bone marrow failures, by focusing on erythropoietic
disorders caused by ribosomal protein gene mutations and a novel TP53 mutation. We reported that the
TP53 mutation we found is an activating mutation that causes erythroid hypoplasia and significant
growth disorders. The search for a common cascade triggered by both mutations is ongoing, and novel
mechanisms to regulate translation efficiency may exist.
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