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Comprehensive genetic analysis of unclassified Inherited bone marrow failure
syndrome
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i _Inherited bone marrow failure syndrome (IBMFS) is an inherited disorder with
a poor prognosis, but in over half of cases the causative gene is unknown. In this study of IBMFS

with unknown causative genes, a comprehensive genetic analysis (whole exon analysis) of patients and
their parents was performed to identify the causative gene and obtain a genetic diagnosis, as well
as to identify new causative genes. Thirty-seven families were analyzed, and in 11 cases (28%) the
causative gene could be identified. One of these cases was diagnosed with AMeD syndrome, a new form

of IBMFS. This study suggests the importance of genetic analysis of IBMFS and contributes to
understanding the pathogenesis of the disease.
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germline American College of Medical Genetics (ACMG)
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(Genetic diagnosis process for inherited bone marrow failure syndrome)
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