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Diamond-Blackfan Anemia

Development of the biomarker for the clinical diagnosis of
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Some of Diamond-Blackfan anemia (DBA) patients possess mutations in genes coding for
ribosomal proteins (RPs). To identify new mutations, we investigated large deletions in
the Ribosomal Protein genes. We developed an easy method based on quantitative—PCR in
which the threshold cycle correlates to gene copy number. Using this approach, we were
able to diagnose 7 of 27 Japanese patients possessing mutations that were not detected
by sequencing. All patients with a large deletion had a growth retardation phenotype

Our study data suggest that large deletions in RP genes comprise a sizable fraction of
DBA patients in Japan. In addition, our novel approach may become a useful tool for
screening gene copy numbers of known DBA genes and biomarker of severe phenotype
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