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Abstract

Newborn screening tests look for serious developmental, genetic, and metabolic disorders so that
important action can be taken during the critical time before symptoms develop. Most of these
illnesses are very rare, but are treatable if caught early. These screening tests are done using
whole blood samples collected from the baby’s heel to obtain a few spots on specially designed
filter paper which are also called dried blood spots (DBS). Neonatal screening tests had been st
arted more than 30 years ago by Guthrie test, enzyme assay, HPLC and ELISA, but new metho
d-using ESI-QqQ-MS had spread over most prefecture from March, 2012 under the guidance of t
he Ministry of Health, Labor and Welfare, Japan. Present target diseases of newborn screening t
ests are amino acid, organic acid or fatty acid metabolic disorder, it is said that next target disea
se to newborn screening are lysosomal storage disorder and severe combined immunodeficiency

(SCID) because therapeutics are already developed.
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