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Development of newborn screening method for primary immunodeficiency disorders
using dried blood spot proteomics

Yasumi, Takahiro
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Newborn screening using dried blood spot (DBS) samples_have greatl
contributed to public healthcare by detecting patients with genetic disorders in theilr newborn
period. In this project, we explored an applicability of non-targeted quantitative proteomics
analysis for newborn screening of genetic diseases using DBS. The DBS protein profiling clarified
that the protein levels encoded by nearly 3000 genes including 1106 listed in Online Mendelian
Inheritance in Man could be monitored in healthy newborn samples and were useful in screening of
patients with primary immunodeficiency disorders. The results indicate that the non-targeted
quantitative protein profiling of DBS samples could forge a new path for the screening of genetic
disorders.
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