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Abstract

Objectives To describe the course from the finding of the first case to the establishment of a construct for rare and
intractable disease, and to discuss the methodologies for establishing constructs of undiagnosed diseases and promoting their
research and development.

Methods Using the “Japan Intractable Diseases Information Center”, data for 130 diseases certified to be intractable in Japan
were collected, including the year that the first case report was published and the year the disease was named or defined.
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Results The year in which the first case report was published was described in the data for 24.1% of the 130 diseases, and the
year the disease was named or defined was described in the data for 8.0% of them.

The first case reports of approximately 50% of diseases in which the years have been recorded were published before the
1950’s, and those of approximately 90% of them were published before the 1970’s. The percentage of diseases in which the years
recorded were named or defined in the 1960’s was 18.2%;the number was 27.3% for the 1970’s, and 18.2% in the 1980’s.

The time it took from the first case report to the establishment of a construct for the disease was calculated. It ranged from a

year to 84 years, and the median, mean, and standard deviation of time were 34.0 years, 35.5 years, 26.0 years respectively.

Conclusions It was suggested that it took a long time to establish constructs of rare and intractable diseases as a whole. It is
necessary to carry out a similar process of inquiry for diseases defined recently, and to examine the impact of the development

of medical and information technology on the course, or time, from the finding of the first case to the establishment of a

construct of disease.
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