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Bone marrow failure syndrome (BMF) is defined as chronic cytopenia due to
acquired impaired hematopoiesis. Cellular immune dysfunction has been a main cause of BMF,
especially in aplastic anemia (AA) and pure red cell aplasia (PRCA), although the details are still
uncertain.

We performed whole exome sequencing anaysis and target sequencing on peripheral blood from patients
with PRCA in order to elucidate molecular pathophysiology of BMF including PRCA. In addition to
well recognized STAT3 mutations, a set of genes, including clonal hematopoiesis-related genes such
as epigenetic modifier genes, were frequently mutated in PRCA, which were with a different pattern
from AA. Several gene mutations were associated with specific subtypes of PRCA and/or relapse

after immunosuppressive therapies.
Mutational gene analyses in PRCA would be helpful for establishing better classification and
diagnostic criteria of BMF including PRCA and also for clinical decision making on PRCA.
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