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Practical research on overcoming intractable diseases in Japan by establishing a
model for supporting early diagnosis and treatment by expanded newborn

screening
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This study aims to introduce disease screening in the neonatal period for
hereditary intractable diseases for which curative treatments have been developed and early
initiation of treatment is important to improve prognosis. To this end, a regional model was
established to accumulate the evidence necessary to expand disease coverage In the region, and a
disease model was established to make precise diagnosis available nationwide for screening-positive
individuals for specific rare diseases. During the three-year study period, the regional model was
disseminated to five prefectures in Japan, and the disease model provided precise diagnosis for more

than 100 screening positive cases of adrenoleukodystrophy from all over Japan.
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