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Rare diseases (RDs) are the conditions that affect a small percentage of the population. However, collectively it is estimated that 6 – 8% of the world population is affected by an RD. In India, RDs have been poorly documented and studied and so far only about 450 RDs have been recorded. Even as recently as the early 2000s, the medical fraternity, the government, and the general public were largely unaware of these diseases, which have rarely figured on the medical or scientific agendas of the country. Although there has been no systematic prevalence study, extrapolating from international data, it is estimated that there are 72 to 96 million RD patients in the country. Moreover due to the wide diversity in the Indian population, and both endogamy and consanguinity in many ethnic groups, some diseases might be more prevalent in certain groups or regions. Therefore, in order to understand the present RD ecosystem of the country, we studied the two most important RD stakeholders in the country i) the patient advocacy groups and ii) the orphan medicinal product organizations. We undertook two separate interview-based studies to analyze the origin and activities of some of the major organizations in both categories. We captured how these groups originated and evolved, what major challenges they faced, and how their efforts improved the ecosystem for RD patients in India. Our study aims to draw the attention of policymakers and emphasizes the urgent need for supportive government policies in this area.
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