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The nationwide newborn screening (NBS) was started in 1977 in Japan targeting phenylketonuria and 3
other amino acid disorders (of which 1 was removed in 1992) and galactosemia. Congenital hypothyroidism and
congenital adrenal hyperplasia were added in 1979 and 1988, respectively. In 1997, the pilot study on tandem
mass spectrometry (MS/MS)-based screening was started in Fukui area, which gradually spread into other area
and screened 1.95 million newborns by the end of 2012. As a result, official MS/MS-NBS was started in 2013
targeting 3 amino acid disorders, 2 urea cycle disorders, 7 organic acid disorders and 4 fatty acid disorders. In
2018, another fatty acid disorder was added, which has been the latest target up to now. However, the number of
candidate target diseases of many other fields for NBS has been increasing owing to progresses in analytical
technologies and medical therapeutics in recent years, such as several lysosomal storage diseases (Pompe,
mucopolysaccharidoses, Fabry, Gaucher), X-linked adrenoleukodystrophy, primary immunodeficiency, spinal
muscular atrophy, etc.

In 2019, under the support of Japan Agency for Medical Research and Development (AMED), we applied a
scoring method that was used for the first selection of Recommended Uniform Screening Panel (RUSP), the target
diseases of neonatal screening in USA, to several candidate diseases, in order to propose which should be given
priority in Japan. In 2020, we started preparing a draft of criteria to evaluate the applicability of NBS to each
candidate disease by modifying the RUSP scoring system based on a systematic review of previous literature on
population-based screening. As the next step, we planned to weight each criterion by using Analytic Hierarchy
Process, for which purpose we collected data of pairwise comparisons from academic societies of the candidate

diseases and other various social groups. Based on the results, we decided scores for each criterion as follows.

Category 1. Desease/conditions > 4 Subcategories > 14 Criteria: Score 74~16
Category 2. Screening test > 6 Subcategories > 18 Criteria: Score 122~28
Category 3. Intervention > 3 Subcategories > 9 Criteria: Score 184~32
Category 4. Follow-up setting > 2 Subcategories > 6 Criteria: Score 126~20
Category 5. Economic evaluation > 0 Subcategories > 3 Criteria: Score 114~18

Total score 620~114

In the near future, we expect that the Committee for Newborn Screening in Japan Pediatric Society will

evaluate candidate diseases using our criteria and make recommendations to the government.



