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Comprehensive proteomic analysis for inherited bone marrow failure syndrome.

Wakamatsu, Manabu
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Recent advances in in-depth proteomic analysis have enabled comprehensive
quantitative analysis of >10,000 protein. Herein, a proteogenomic analysis integrated with
transcriptome analysis for IBMFS was performed to reveal their biological features. Unsupervised
proteomic clustering identified eight independent clusters, with the ribosomal pathway specifically
downregulated in C1 and C2, enriched for DBA and SDS, respectively. Four patients with ADH5/ALDH2
deficiency showed significantly reduced ADH5 protein expression. Six patients with SDS had
significantly decreased SBDS protein expression. To provide a large-scale rapid screening system for

IBMFS, targeted proteomic analysis was performed in 417 samples. SBDS and ADH5 protein expressions
were significantly reduced in SDS and ADH5/ALDH2 deficiency, respectively. The clinical application
of targeted proteomic assays would help diagnose and screen IBMFS for which appropriate clinical
screening tests are lacking.
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