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Functional analysis of novel genes related to aplastic anemia using mouse
models.
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We recurrentIK identified novel gene X mutations using whole exome analysis
in children with aplastic anemia. We hypothesized that mutations in gene X might confer an advantage
in myeloproliferation or immune escape in aplastic anemia patients. Using a mutant mouse model of

gene X, we examined the functional significance of the novel gene X mutant allele in aplastic
anemia. Bone marrow specimens were collected from gene X mutant mice and subjected to colony assay,
expression analysis by RNA sequencing, MHC deletion analysis, and bone marrow competitive
transplantation experiments. In all results, however, mutations in gene X showed no advantage over

controls in myeloproliferation or immune escape.
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