
 

75 

 

5. Conclusion 
In this survey, we identified challenges from the perspective of healthcare professionals in five areas (1. Basic and 

applied research, 2. Development and clinical trials, 3. Diagnosis, 4. Treatment and prognosis management, 5. Disease 

awareness) and analyzed their underlying causes. Furthermore, we clarified expectations of each stakeholder 

(pharmaceutical industry, academic societies, patient advocacy groups, and the government) and organized the ideal 

form for improving medical care for rare diseases, specific response measures and their roles. 

As detailed in this report, there are numerous challenges in the diagnosis and treatment of rare diseases. Notably, 

delayed diagnoses, limited treatment options, and difficulties for patients in accessing information are among the key 

challenges. Overcoming these challenges necessitates the cooperation and collaboration of all stakeholders, not only 

in enhancing diagnostic techniques and developing new treatments but also in strengthening patient support. 

Additionally, it is crucial to deepen public understanding of the challenges associated with rare diseases through 

awareness campaigns. 

This survey also targeted healthcare professionals who have been leading the way in rare disease medicine in specific 

medical departments and disease areas in Japan. By expanding and delving deeper into the survey population in the 

future, we aim to further concretize the challenges and expectations identified in this survey and advance towards 

realizing the envisioned ideal state. 

We, IRUD, RDCJ and JPMA, express our respect for the energetic activities and significant contributions of all those 

involved to date. We are committed to working in collaboration with stakeholders to address the diverse challenges 

surrounding healthcare professionals identified in this survey, with the goal of creating a more livable society for patients 

with rare diseases and their families. 
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