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Key findings from 2019 Annual Report on Rare Disease Patients in Korea

Choi Eun-Kyoung and Lee Jiwon M.
Division of Rare Disease Management, Bureau of Chronic Disease Prevention and Control, Korea Disease Control and Prevention Agency
(KDCA)

Thereis little information about the incidence and prevalence of rare diseases due to scarce knowledge about rare diseases
and a paucity of data.

In order to illustrate current national statistics of rare diseases in South Korea, the Korea Disease Control and Prevention
Agency (KDCA) conducted a national statistics projectin 2019, and we hereby report the results of the ‘2019 Annual Report
on Rare Disease Patientsin Korea.’

Results showed that, in 2019, there were 55,499 patients with 636 different kinds of rare diseases. The sex ratio was
comparable; with 26,148 (47.1%) male patients and 29,351 (52.9%) female patients.

Diseases were categorized according to the criteria of the Korean Standard Classification of Diseases. Diseases of the
musculoskeletal system and connective tissue were most frequent (25.0%), followed by the nervous system (14.6%) and
congenital malformations, deformations and chromosomal abnormalities (13.1%). There were 48 diseases (43,518 patients)
with more than 200 newly registered patients, which accounted for 78.4% of total number of registrations.

This annual report was limited by the fact that the data were collected only from patients who registered under the National
Health Insurance Act and the Medical Care Assistance Act. Nevertheless, this 2019 report was significant in the sense that it
was the first comprehensive annual report of rare diseases in South Korea.

The KDCA will continue its policy of ensuring that the produced data from the national statistics project of rare diseases be
used as supporting material to provide the evidence and grounds for developing relevant policies and research and
development plans.

Keywords: Rare diseases, Orphan diseases, Statistics
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Figure 1. Data collection system in national statistics project of rare disease

Table 1. Data collected for 2019 annual report on rare disease patients in Korea

No. Variables Contents
1 Patient’s sex Male/Female
2 Patient’s age Age
3 Patient’s address Zip code
4 Korean Standard Classification of Diseases (KCD) Classification of disease
5 Serial number Classification of disease
6 Specific code Classification of disease
7 New-— or re—registered for special case calculation New registered patient
8 Registration date for special case calculation Registration date

Table 2. Statistical tables included in 2019 annual report on rare disease patients in Korea

1. Number of registered rare disease patients by Korean Standard Classification of Diseases (KCD) and sex
(Rare diseases except for ultra—rare diseases and other chromosomal abnormalities), 2019
2. Number of registered rare disease patients by disease and sex (Ultra-rare disease), 2019
3. Number of registered rare disease patients by disease and sex (Other chromosomal abnormalities), 2019
4. Number of registered rare disease patients by KCD, sex. and age group (for rare diseases with more than 200 registered patients), 2019
5. Number of registered rare disease patients by province and KCD (for rare diseases with more than 200 registered patients), 2019

% For protection of personal information, in some statistical tables above(table 4 & 5), if the number of patients is less than 3, the number is shown

B3

as ™ in order not to identify a specific individual.
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Table 3. Number of rare diseases classified by category, 2019

No. of rare diseases

No. of rare diseases No. of rare diseases with more than 200

No. of rare diseases

Category officially announced with nez\;vti:?glsstered without n:t‘ihtle r:iesglstered new registered
p P patients

Total 926 636 290 48
Rare disease”

(excluding Ultra=rare, Other chromosomal 763 519 244 48
abnormalities)

Ultra—rare disease’ 133 98 35 0
Other chromosomal abnormalities * 30 19 11 0

*Rare disease: a disease that affects less than 20,000 people or disease by which the number of people affected is unknown because it is difficult to diagnose
that disease

T Ultra—rare disease: a disease has a specific diagnostic criteria and it satisfies one of the followings; (i) the number of affected people is less than 200, or (ii) it
cannot be classified under Korean Standard Classification of Diseases (KCD)

F Other chromosomal abnormalities: new chromosomal abnormalities(deletion, duplication, etc) which were detected by scientific and medical technology
development and which meets the following criteria ; (i) the abnormalities do not have a specific KCD, and (i) it can be classified as a disease, not as a symptom

Table 4. Number of registered rare disease patients, 2019

Category Total Male Female
Total 55,499 26,148 29,351
Rare disease”
(excluding Ultra=rare, Other chromosomal 54,679 25,720 28,959
abnormalities)
Ultra—rare disease’ 775 41 364
Other chromosomal abnormalities * 45 17 28

*Rare disease: a disease that affects less than 20,000 people or disease by which the number of people affected is unknown because it is difficult to diagnose
that disease

T Ultra—rare disease: a disease has a specific diagnostic criteria and it satisfies one of the followings; (i) the number of affected people is less than 200, or (ii) it
cannot be classified under Korean Standard Classification of Diseases (KCD)

# Other chromosomal abnormalities: new chromosomal abnormalities(deletion, duplication, etc) which were detected by scientific and medical technology
development and which meets the following criteria ; (i) the abnormalities do not have a specific KCD, and (i) it can be classified as a disease, not as a symptom
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Percentage (%)

0 5 10 15 20 25 30
Certain infectious and parasitic diseases 0.1
Neoplasms 0.2
Diseases of the blood and blood—forming organs and certain disorders involving the immune mechanism 7.2
Endocrine, nutritional and metabolic diseases 3.1
Mental and behavioural disorders 0.2
Diseases of the nervous system 14.6
Diseases of the eye and adnexa 2.2
Diseases of the circulatory system 12.7
Diseases of the respiratory system 7.3
Diseases of the digestive system 12.4
Diseases of the skin and subcutaneous tissue 1.3
Diseases of the musculoskeletal system and connective tissue 25.0
Diseases of the genitourinary system 0.3
Congenital malformations, deformations and chromosomal abnormalities 13.1
Plural KCD* 0.1
KCD given by symptom guideline T 0.1
Unknown ¥ 0.0
Figure 2. Proportion of rare disease patients by Korean Standard Classification of Diseases (KCD), 2019
*Rare diseases for which plural KCD can be given by the Statistics Korea
T Rare diseases for which KCD is given by the symptom guidelines developed by the Statistics Korea
T Rare diseases for which KCD cannot be given because a specific KCD was not entered
Percentage
0% 10% 20% 30% 40% 50% 60% 70% 80% 90% 100%
Number of rare diseases 48 588
Number of rare disease patients 43518 11,981
Rare disease with over 200 patients Rare disease with less than 200 patients

Figure 3. Number of rare diseases and those patients represented depending on whether the number of patients is 200, 2019
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Figure 4. Number of registered rare disease patients by age group, 2019 (for rare diseases with more than 200 registered patients)
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Figure 5. Number of registered rare disease patients by province, 2019 (for rare diseases with more than 200 registered patients)
1 Represented as 'unknown' if one of the following cases exists; (i) resident registration place was not available or (ii) information from the application for special
case calculation was unclear
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