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Abstract

To collect hospital-based data of undiagnosed patients, there should be accurate information about their diagnosis.
In this study, we aimed to collect data of undiagnosed patients comprehensively and systematically, using a network of
national hospitals, to reach an accurate diagnosis effectively, especially for those diseases which are extremely rare or have
unestablished diagnosis criteria. In results, atypical cases were found 5% in amyotrophic lateral sclerosis (ALS) and about
10% in spino-cerebellar degeneration (SCD) was undiagnosed due to unperformed genetic investigation. Those undiagnosed
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cases would be possibly found in rare neurodegenerative diseases even after consulting specialists, this means that those,

patients with undiagnosed diseases would need to visit several hospitals until they were finally diagnosed. For those cases with

developing symptoms gradually taking long time to meet diagnosis criteria, doctors should consider providing appropriate
information for patients and their family about the situation. Our findings led us to the conclusion that systems for registering

undiagnosed patients and searching laboratory specific experiments, including genetic investigations, should be urgently

established for the diagnosis of rare and undiagnosed diseases.
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