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Newborn screening (NBS) has been recently becoming ﬁopular in Asian
countries. A questionnaire survey was conducted to obtain information on iInherited metabolic
diseases of organic acid and fatty acid, detected by the tandem mass screening (TMS). In Japan,
Korea, China, Taiwan, Philippines, Vietnam, Singapore and Thai, countries for which information was
available, the country-specific high-frequency disorders included propionic acidemia (Japan),
methylmalonic acidemia (China), MSUD (Philippines), MCAD deficiency (Philippines, Singapore and
Japan) and 3-ketothiolase deficiency (Vietnam), each with ethnic-specific high frequency genetic
variants.

Future widespread of TMS screening would reveal accurate disease incidence in each country and
genetic epidemiological information, which would be useful for the international cooperation.
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(allele, %)
MSUD 1-85 K A large deletion in E2 (DBT)
gene
MMA 1:15 K | c.609G>A in MUACHC (48%) B12
PPA 1:46 K | Y435C in PCCB (82%) or
BKT-d 1:63 K | R208X in ACATI (67%a)
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MSUD=maple syrup urine disease MMA=methylmalonic acidemia

PPA=propionic acidemia BKT-d=3-ketothiolase deficiency MCAD-d=medium chain
acyl-CoA dehydrogenase deficiency VLCAD-d=very-long chain acyl-CoA

dehydr
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