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Abstract

Japan has been facing challenges relating to specifically defined rare diseases, called Nan-Byo in
Japanese (literally 'difficult’'+'iliness”), and has already taken measures for them since 1972. This
governmental support has surely benefited Nan-Byo patients; however, those suffering from medically
unidentified conditions do not fall into this scheme and thus still confront difficulty in obtaining an

examination, a diagnosis, and a treatment. To identify such rare and often undiagnosed diseases, we must

Adachi T. et al. (2017) doi: 10.1038/ejhg.2017.106
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