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Exploring the possibilities and challenges of utilizing big data
in the development of diagnostic and therapeutic methods
for rare diseases

KAWAMOTO Yuko™

Abstract

Big data possess a strong capability to reveal unexpected patterns and hidden insights from large
volumes of data and have found applications across various fields, including healthcare. Rare diseases stand out
as a domain where big data hold promise for transformative impact in healthcare. Globally, rare diseases pose a
significant public health challenge, impacting more than 400 million people. Patients with rare diseases often
encounter limitations in accessing effective treatments due to an incomplete understanding of their
pathophysiology, undefined diagnostic criteria, and the absence of specific treatments. This study elucidates
the possibilities and challenges associated with leveraging big data in the development of the diagnosis and
treatment of rare diseases.
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