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National Supporting Program for Genetic Diagnosis of Rare Diseases in Korea

HwangJoo-Yeon, Park So Yeon, Oh Kyungwon
Division of Rare Disease Management, Bureau of Chronic Disease Prevention and Control, KDCA

In Korea, according to the Rare Disease Act of 2016, a rare disease is defined as a condition that affects fewer than 20,000
persons. Patients with a rare disease receive a misdiagnosis more than once due to low prevalence and low awareness.
Patients and their families endure an unpredictable journey, also referred to as a year-long diagnostic odyssey. These rare
medical conditions cause excessive medical costs and long-term social burdens.

The purpose of this report was to summarize the findings from a rare disease genetic testing diagnostic program. Using
genetic diagnosis workflow, this study achieved a diagnostic rate of 39.7% in 2020 and established the need for sustainable
development. Also, this study anticipates that medically actionable genetic findings may increase the diagnostic yield in
undiagnosed or misdiagnosed patients.

Keywords: Rare disease, Ultrarare disease, Gene, Genetic diagnosis
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Figure 1. Ultra rare disease according to the number of new patients in 2019
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Figure 2. Distribution of agencies requesting diagnosis support by region in Korea
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Figure 3. Multi—frequency genetic diagnosis diseases in 2020
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Figure 4. Comparison of positive rates for diagnosis of ultra rare diseases (2019—-2020)
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