m

Check for
updates

XM gD
elSSN 2586-0860
https://doi.org/10.56786/PHWR.2025.18.6.3 Public Health Weekly Report

HANHL AT 51 ot B2t 47h Aol W Bl FuIt HE3to] Anoltt (27 ofFetE B4 AT k. ole] %
oA BAATE Bt WA AW Astol rEALBREY, e AFSGon, T wol vt B HALTE A
A3, A% 2 026 52 AL vobt ) w4 A%} Ak, A2A AL 5 A7 HFHES 544 1S 71 goln
itk £ 8ok SR SAABY 4, 1471 2 ARl dhal 27451 201849 Hz A4 ol F 51o] AT AA7A
o Sty SRS A ALY AThet 17H0) A3t 5 LA G,

F2 AMOf: ARG 7RIS AR AP, S AR RS EA Y

N = BT} AAste] B L 1 A=) AAE Rdke A7
TS =7 AA 0 R SAESE AT o =N HE B

A Ao A7 e W dgor 717 9 §BAvH] 59 EAS 7H SAREY Ad, A g 5 #

29l A%k PR REo 7 zy|Hcho] ojFT Al A& d AT AET AF B 1 g7} o] o] 4 JeE 2

o] Ql= Agho] ot ERE W2 o r e 9 2t vFASHATH2]

Ago] 2549 FAF 2 AF/NEE o dHolng & £ HuoAes 7R g4 SAEe Ao o X47]

AT 9 AL ARdo] 243k = =E =7 A9 Y 3+ AAto] il AZfskar 2018 Hx A o]F 50| ]

o] "5ttt ojof AT (EHA)S " ALSH=H  AAAA Y 27RO S AAS AEAE Y Aaet 11

el Zopd o A&7t =9 § Add A 5= AA =7 Y A 52 EEaA e

T S AEES Aot YoH(1], AREH FUAT

HYIH(HETH 9 EAd R R T A EA (S AES 4

BEe), YA HAARA o)zH A A4 5 271 A9

Received November 21, 2024 Revised December 23, 2024 Accepted December 30, 2024

*Corresponding author: £/&3], Tel: +82-43-719-7300, E-mail: dental@korea.kr

Copyright © Korea Disease Control and Prevention Agency KDCA

Kcses ] 40 v pete ESRd oo s ry e o e ol ok ropet . Froventon pgener

www.phwr.org Vol 18, No 6, 2025 305


http://www.phwr.org
https://orcid.org/0000-0001-9294-046X
https://orcid.org/0009-0002-2242-5977
https://orcid.org/0000-0002-0247-4862
https://orcid.org/0009-0008-7433-0850
http://crossmark.crossref.org/dialog/?doi=10.56786/PHWR.2025.18.6.3&domain=pdf&date_stamp=2025-2-13
https://creativecommons.org/licenses/by/4.0/
https://creativecommons.org/licenses/by/4.0/

PHWR

- B =2
st Qot = =
@ O|H0f| YHT LHEE?
3} 1. 2724 3| == Mo
2001928 A A% o) =] A9 A 5 249 % A/HEENS SHEEe S
oy 2y 3| Aso] that Z3HHo| 1 HAH B & A A A s dS] Hiet ddH o= glon, &
& A3l 20159 Tl o] AP = U 3to] 9¥ol 2L AT £ EXNS y#sie], ZrpEw
@ MZ0| A E L82? AR HoE 2 Aot ek vl= - FHS
re|pAse)y o wet 2legar 8RS ujy 7] TF/HHEDB.4], 22 78U, A, 2w 52 st
7 - gdfskar it (5] S-=u=te] - FH Aot A2 s, Ma|Ade
@ AAFE2? TR, A2z et R AT7E 25 g ostol A Xtto]
3eIYe TIARY AT A7 A9E RS0 CIEH TS © T EE A Anaaes Aoy
Asto] = AR ol §<l S| AHASHS Tt g oH1I.
X]’E“é‘ 3 A LS st lon | AAS B A9
/gsto] 7]ofstaL Sitt.
2. 71|ty sl R X1™ JIE
rs)lAAgHEE o] AF(20159)F o1F B AYFH
o] A7 (20169)= 53l 3AEES] A4 7|&o] v
o, 3| AAE A 499 3HAT B FEE fIsto] I
1. 71 da A4 A4 71E
ME 7|&
INESHES
XA 0| X|&™
1. A% fHAF FEAT 2% 1 ol5kl ATHIWALEY - T 29 ¥ 23kl A%
I B AFEINANE7HE 317
SA 71¥h)
2. g i3t 7]&A 2 Eold - EPF o2 Ado] 7H53 AF - Abv|Fo] FAPH] YA FAY
Eo]% . =57 Adto] Erlsh ;(19_}6)
3. Agol ot A& 7Hs4 FSE7t 1 927t ol e A% - YT B FA AR & 5o gATL
7Hed A% A F5wrt W A
4. A% Ad 9 A7 Sof gt Ad 9 A7 Fofl it 2R Eo] 2 Ae - Ad € X7 5o tF BARFo]
A AR A v L =2 Aoz o As(1909 34FoH|
EoRgF 71E)
5. 71 dug A - B AR A AT, B 7R Bl
o7 87t A%
- - oFE - o SOl 9t o]A g H
A3F5
- = 8 Sofl B AHE7E BAsHAY,
g 8t HE9] A9 BE - Heto]
AT A 5 HE REHY Y F
oy Aj4le])
Yo AF T (x), NPHSI-93 AAA A1552(0). P71 9ol Agko] 991, E4 9 §3 52 1esto] Ayualggo] Yastohy A4she 7|&

306

www.phwr.org Vol 18, No 6, 2025


http://www.phwr.org

I Public Health Weekly Re:uu’\

A9 Bl Ao Bo) AR, AYFA A2z
of we 89 AY XY AFIES SHSHACE 1) 1],
Sutetel S71AE 4712 W) FHAT/FHES T
ok w13, §9 5 o] vl AslAAA 2
#5lo] lizu), ol HALLE FAARAAAS N A9 °
a7 wzolt,

227|

ZEHE M F Z1 MEIR0| 3| 2E A Y

Mg 7120 2t 21 e

«:

SAY EE

A 21 YEHd 5|22 Thato
SREEZAHMRIZRE

7|@o = A 8 AHTC HE

op] '-_1*7F’-FEI EHLIE'EJ =531

www.phwr.org Vol 18, No 6, 2025

=20z
N >
r>
ﬂo&

AT fon
fjo

E‘.O
= =
A
+3

X

3. 72|y sl &t X1 =X}
CEEE)

0 0
- T

of
rO
-
N
Iy
o
N,
E=)
M
=
o)
=t
"e,
N
i
ol
i)

240] Bl R 7t Qg ofe A 3 Aol
Qo ol BAZ AH A= QA o]FolW 5 A== +7

|_

T

7
s =59 =(2.29.)712]9|
=5
o

fofl el 2

HARDII BRI ZE ST |
|2H| 72 A=, 5ie| At=,

OF
oM
Ir

2{2i0fl AHlAl

SERRE UL R
A%

307


http://www.phwr.org

SHaL ITHE 1) [6].

2420] 7] 7]golnA 8748 Wxre}

YA & Y AF A A A AFS T 5 %L
o, Wid 13] 3| AAS 2| Q A9 A7} o]RojRBE A

717be] w2t A9 Al7]= Eebd 4= Qloh gl A= A9 o
A Adr 39RE g Ak 299 vpA e E(EAHE

5A4e] ARE ZHA +5t7] 915H9 Orphanet,
HojA 2 #d S s3] E 5ot
AAA FEg st
5t7] flote] ARIGT} AFEAA
gt A3ke] EAS A6l AET ¢ =S 4 - 434

49 5 4709 FAES HELNLD] AR oA 1E
A3 ARE 7|Ne g, SAAS A ofRE Ax AA HE
9 =9stal S AAS HYY3oNA HF A - 9Zst
et

rsl s, A7 4 5 AYE
A o937t g H o 2FEL A

s AAS H L= AL 191 2Fsto] 159 oW

U AT 59 9 974,

ol

Al4zo] e} 3]

308

3) F& 7|2 7t &
S7HEE U SR AYHE Aee AEIE
A 2Fshe IAEE A EE Aler dAEH. 5 1L
vl A2 Ad'shs AAHSE Aol mht A&t Aol
=5, 7R SAEE A A 37
of AEZHo] Folstol oA AA| & AE A St U

=

i)
S|
i
"
20

Standard Classification of Disease)°] w2} =7} tfA} 3]
A0 Aol AgyS

JaAACNA e FEote =2 E8HY o= 54 F

YAIER AYGE F7) A YT} gl BB B

S 5 449 FRAAS SISk Ut
4) LRl BlRE B0
AR 4o AAE fmatn A5t A% 94 HALGe] %
AsE, i A Al A4 A% D AT Aso] e A

A St 578 99 el @ 5 AU A
ghelo] FI5kT Tho] AXsHed), o] 5 AW Wmelel
ol 48 4% A9 A 40 AR WA g

i

4. 7t sl EE XY Eat | g1
1) 'l EEeY, MY d U2t sl HES o

Sevehz 20019 9% 5 470 AEE tde= 39
G2 A ol mH] A A AMdE AlABIR oL, 37t Hiet

www.phwr.org Vol 18, No 6, 2025


http://www.phwr.org

SEAo|L AAH] A AdE FA5H7] A5t 201549
L

re| g 2 AgsH MA 2AE kst

2) F7FBIHAL SIS AIH K| 0| T2 CHAF 2a
s
el S| A AR 20164 TS AT, A
ol% 374% N4 7% © FAE vidsgon, 20189 %
B o 5788 24 A0S AWste] Fotwe g 8Aa
% 42 shjo] Uzhi QlekE 2) [8,9].

3) 3|FEE XY Ext i

SjAESE gi4 =7 A Ardol thgehE Al 3l A e

22 2B ALS A4 dwd 4
20183 2019 20204 20213 20224 20234
92670 1,01478 1,0867F 1,12370 1,16570 1,2487H

www.phwr.org Vol 18, No 6, 2025

At AA 271 S7rete] wet, SAd A4 71E 9 AR}
s AA A=A, 44, a&/dS AaLstal oA ¥
HAE ForA s7hstalA skl
(1) 312 AA ] AA AL
SAEE HoloA mAYE A2, ALY e H A=

2 Q= Aol AP
o A4 Ae] 587t Z7keo] what A4le) Aee] FuE g
7 Z7E0] AAle] 27 AAE Hgsksto] S| A4

071 717-& 954171

El
by
_(?L
)
o

3=
i)
)
o
=4
ox
=2
o
=)
D)
ox
[
Ju
-4
M
%9,
o,
=3
)
ox
i)
ol
rlo
19

W0l So) AN JSHES S, AM el A v Y AgS
Qg FFch oh, Yot Z2E o] WA RS

B & 9 F7b SAZ SuEE AAEA A4 H4H

A AA Al wret w2 A} Gl 7] 7]
Zro] 3ol A 1902 B3E|9he et opeh, A4 7 ot
odl WY AT AT AAAE B 2F o A58 AF

AEE Agsto] Fulo] BUE sastu shoint

£5), g9 49 AL B0 B 99 2023
4 17148 AEIUslE J1E 47] BatolA] 47] ok 4]
A3, % 67} A% Bk S 3).

309


http://www.phwr.org

PHWR

I 3. 573E

AEALS] NE A%

0K M 23t S F LS Q1e)
1L 29198(132):  1-1. 4B
A AR 1-2. A7)
2. A9U3I(1791):  2-1. WY - A% 557 -S4 27
A 29 O
2-2. A - &H] - 2317](89)
3. 2993](891): ot} . o|u]QlE 7} . 9|7}

o177 - 7|EpA gt
4. 29198/119):

O =1 O

w73} 2 7H(8<)

HASA -t 8A 385
(72D

FEHTT71HAER)

Of

o

4) S|HEE XE XE MYS St &R X1E Arge

=21y 23t

e EEREEERREREERERE TR

SARBL 70-80%7 $744
A% 9 A4 N 27} ol olo] =7

=% 5408 27] %

o wusto] 3|PAs Ak, X7

IXKL8 =0 1'4[6]

. =2 3T A

Agto|n], B Fust 5

3 4771 B o|Fold S YES BIYS ol Bl

ARBGF AHES AL, ozH] Y

$) 399 BAtel A4
g]:]

A 5 #7 A9e

$ehe gl 3 BEo A

22 A% Sefste] Seluket BRI AT L A2 5o
det A7, A% 29 © A Ago] BAstEE o Jojg

o= L¥sf vz Aol

Declarations

Ethics Statement: Not applicable.

Funding Source: None.

Acknowledgments: None.

Conflict of Interest: The authors have no conflicts of inter-
est to declare.

Author Contributions: Conceptualization: JYJ. Project
administration: JYJ. Supervision: JYK, CHC. Writing —
original draft: JYJ. Writing — review & editing: JYJ, JKC,

JYK, CHC.

References

1. Rare Disease Management Act [Internet]. Ministry of Gov-
ernment Legislation; 2015 [cited 2024 Nov 12]. Available
from: https://law.go.kr/IsInfoP.do?1siSeq=257349&ef Yd=2
0231226&ancYnChk=0#0000

2. The second national plan for rare disease management
(2022-2026) [Internet]. Ministry of Health and Wel-
fare; 2022 [cited 2024 Nov 12]. Available from: https://
www.mohw.go.kr/boardDownload.es?bid=0043&list_
n0=377923&seq=2

3. Orphan Drug Act-relevant excerpts [Internet]. U.S. Food
and Drug Administration; 2013 [cited 2024 Nov 12].
Available from: https://www.fda.gov/industry/designat-
ing-orphan-product-drugs-and-biological-products/
orphan-drug-act-relevant-excerpts

4. Decision No 1295/1999/EC of the European Parliament
and of the Council of 29 April 1999 adopting a pro-
gramme of Community action on rare diseases within
the framework for action in the field of public health
(1999 to 2003) [Internet]. European Union; 1999 [cited
2024 Nov 12]. Available from: http://data.europa.eu/eli/
dec/1999/1295/0j

5. Act on Medical Care for Patients with Intractable Diseases
[Internet]. Ministry of Justice, Japan; 2014 [cited 2024
Nov 12]. Available from: https://www.japaneselawtransla-
tion.go.jp/en/laws/view/3363

6. Guideline for designation of rare disease for national

www.phwr.org Vol 18, No 6, 2025


http://www.phwr.org
https://law.go.kr/lsInfoP.do?lsiSeq=257349&efYd=20231226&ancYnChk=0#0000
https://law.go.kr/lsInfoP.do?lsiSeq=257349&efYd=20231226&ancYnChk=0#0000
https://law.go.kr/lsInfoP.do?lsiSeq=257349&efYd=20231226&ancYnChk=0#0000
https://www.mohw.go.kr/boardDownload.es?bid=0043&list_no=377923&seq=2
https://www.mohw.go.kr/boardDownload.es?bid=0043&list_no=377923&seq=2
https://www.mohw.go.kr/boardDownload.es?bid=0043&list_no=377923&seq=2
https://www.fda.gov/industry/designating-orphan-product-drugs-and-biological-products/orphan-drug-act-relevant-excerpts
https://www.fda.gov/industry/designating-orphan-product-drugs-and-biological-products/orphan-drug-act-relevant-excerpts
https://www.fda.gov/industry/designating-orphan-product-drugs-and-biological-products/orphan-drug-act-relevant-excerpts
http://data.europa.eu/eli/dec/1999/1295/oj
http://data.europa.eu/eli/dec/1999/1295/oj
http://data.europa.eu/eli/dec/1999/1295/oj
http://data.europa.eu/eli/dec/1999/1295/oj
http://data.europa.eu/eli/dec/1999/1295/oj
http://data.europa.eu/eli/dec/1999/1295/oj
http://data.europa.eu/eli/dec/1999/1295/oj
http://data.europa.eu/eli/dec/1999/1295/oj
https://www.japaneselawtranslation.go.jp/en/laws/view/3363
https://www.japaneselawtranslation.go.jp/en/laws/view/3363
https://www.japaneselawtranslation.go.jp/en/laws/view/3363
https://www.japaneselawtranslation.go.jp/en/laws/view/3363
https://www.japaneselawtranslation.go.jp/en/laws/view/3363

management, 3rd ed. Korea Disease Control and Preven-
tion Agency: 2024 [cited 2024 Nov 12]. Available from:
https://helpline.kdca.go.kr/cdchelp/ph/infNoti/select-
AnnGuidDetail.do?menu=G0300&pageIndex=&annGuid
Sno=16&schGubun=tit&schAnnGuidDcd=&schText=
Rare Disease Helpline [Internet]. Korea Disease Control
and Prevention Agency; 2018 [cited 2024 Nov 8]. Avail-
able from: https://helpline.kdca.go.kr/cdchelp/

. Designation of rare disease for national management in
2023 and announcement of statistical yearbook [Internet].

Korea Disease Control and Prevention Agency; 2023 [cited

www.phwr.org Vol 18, No 6, 2025

2024 Nov 18]. Available from: https://www.kdca.go.kr/
board/board.es?mid=a20501010000&bid=0015&list_
n0=723946&cg_code=&act=view&nPage=12

. Increasing the scope of rare diseases and expanding sup-

port for medical expenses, etc. “Announcement of a total of
927 rare diseases designated for national management for
the first time” [Internet]. Korea Disease Control and Pre-
vention Agency; 2018 [cited 2024 Nov 8]. Available from:
https://www.mohw.go.kr/board.es?mid=a10503010100&
bid=0027&act=view&list_no=346076&tag=&nPage=1

31


http://www.phwr.org
https://helpline.kdca.go.kr/cdchelp/
https://helpline.kdca.go.kr/cdchelp/
https://helpline.kdca.go.kr/cdchelp/
https://www.kdca.go.kr/board/board.es?mid=a20501010000&bid=0015&list_no=723946&cg_code=&act=view&nPage=12
https://www.kdca.go.kr/board/board.es?mid=a20501010000&bid=0015&list_no=723946&cg_code=&act=view&nPage=12
https://www.kdca.go.kr/board/board.es?mid=a20501010000&bid=0015&list_no=723946&cg_code=&act=view&nPage=12
https://www.mohw.go.kr/board.es?mid=a10503010100&bid=0027&act=view&list_no=346076&tag=&nPage=1
https://www.mohw.go.kr/board.es?mid=a10503010100&bid=0027&act=view&list_no=346076&tag=&nPage=1
https://www.mohw.go.kr/board.es?mid=a10503010100&bid=0027&act=view&list_no=346076&tag=&nPage=1
https://www.mohw.go.kr/board.es?mid=a10503010100&bid=0027&act=view&list_no=346076&tag=&nPage=1
https://www.mohw.go.kr/board.es?mid=a10503010100&bid=0027&act=view&list_no=346076&tag=&nPage=1

PHWR

The Progress of Designation of Rare Disease for National
Management
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ABSTRACT

Rare diseases are characterized by a lack of disease-related information and difficulty in diagnosis or treatment due to a
wide variety of diseases and a low prevalence of each disease. To manage rare diseases and support patients with rare diseases
at national level, the Korean government has designated the Rare Diseases for National Management. These diseases are
supported for diagnosis and medical financial assistance, leading to related studies on disease diagnosis and treatment in the
Republic of Korea. This report introduces definitions, criteria, and procedures for Rare Diseases for National Management. It
is intended to inform on the progress of the Designation of Rare Diseases for National Management and its achievements thus

far; five years have passed since the initial designation in 2018.

Key words: Rare disease; Designation of rare disease for national management; National plan for rare disease
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Introduction

The term “rare diseases” refers to diseases with an extreme-
ly low prevalence, many of which are difficult to diagnose early
due to a lack of basic disease information and have no effec-
tive treatment options. Furthermore, actively investing in the
research and development for their diagnosis and treatment is
challenging owing to low profitability; therefore, national in-
tervention is needed to promote related research and support
projects. The Korea Disease Control and Prevention Agency
(KDCA) designates national managed rare diseases through

discussions with medical experts in each field and deliberations

312

by special committees in accordance with the Rare Disease
Management Act [1]. Once designated, the economic burden
on patients and their families is relieved in conjunction with
national support policies such as the National Health Insurance
Service’s (NHIS) special exemption system of co-payment for
rare diseases (special exemption system for rare diseases) and
KDCA’s medical expense support projects for patients with
rare diseases. In addition, KDCA has officially established a
framework for the rapid initiation and scale-up of research sur-
rounding the diagnosis and treatment of rare diseases, which
are characterized by a lack of information and underinvest-

ment [2].
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Key messages
(D What is known previously?

Since 2001, we have been promoting medical expense
support projects for rare and incurable diseases; how-
ever, the Rare Disease Management Act was enacted in
2015 to comprehensively and systematically manage and
support rare diseases in Republic of Korea.

(@ What new information is presented?

According to the Rare Disease Management Act, ev-
ery year, rare diseases are expanded on for national

management.

® What are implications?

The Korea Disease Control and Prevention Agency is
continuously promoting a new designation of rare dis-
eases for national management, discovering rare diseases
in domestic blind spots, expanding patient support, and
contributing to rare disease research.

This report describes the definition of national managed
rare diseases, criteria and procedures for their designation,
and progress and achievements of the national managed rare
disease designation project over the past 5 years since the first

designation in 2018.

Main Text

1. Definition of National Managed Rare Diseases
While there is no single definition of rare diseases around
the world, countries define rare diseases in different ways, tak-
ing into account characteristics such as prevalence, severity,
and diagnosis. In the US and Europe, the definition is based
on prevalence/affected population [3,4], while Japan consid-

ers prevalence, diagnosis, and treatment [5]. In Republic of

www.phwr.org Vol 18, No 6, 2025

Korea (ROK), "rare disease" is defined as a disease that affects
fewer than 20,000 people or for which the number of carriers
is unknown owing to difficulty in diagnosis, considering preva-
lence and diagnosis according to Article 2 of the Rare Disease

Management Act [1].

2. Criteria for Designation of National Managed

Rare Diseases

Since the enactment of the Rare Disease Management
Act (2015), the criteria for the designation of rare diseases
have been established through the enactment of Rare Disease
Management Act Enforcement Decree (20106), and detailed
criteria for the designation of rare diseases according to Article
2 of the Enforcement Decree have been established by the Rare
Disease Management Committee to ensure fairness and clar-
ity in the deliberation of rare disease designation (Table 1) [1].
Unlike countries such as the US and Europe, which consider
the prevalence/affected population of the disease, the criteria
for rare disease designation in ROK considers the socioeco-
nomic burden because rare diseases are supported and man-

aged under the national insurance system.

3. Procedure for Designation of National

Managed Rare Diseases

Because the population affected by rare diseases is extreme-
ly small, there is a general lack of information regarding the
disease itself, including diagnosis and treatment. Thus, to al-
low anyone, including doctors and patients, to apply for desig-
nation as a rare disease, the threshold for demand surveys has
been lowered, while efforts are being made to collect informa-
tion concerning each disease and deliberate on whether to des-

ignate it through multiple stages (Figure 1) [0].
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Table 1. Designated criteria of rare disease for national management

Designated criteria

Detailed criteria

Designation

Undesignation

1. Disease prevalence population

2. Technical level for disease

Disease that affects fewer than 20,000
people (based on statistics of the National
Health Insurance Service or the Health
Insurance Review and Assessment Service)

Disease that can be diagnosed specifically

- Disease with a population of more than

20,000 people

- Disease in which diagnostic criteria are

diagnosis and independently

3. The possibility of a cure for Severe and difficult disease
disease

4. The level of socioeconomic
costs for diagnosis and treatment etc.
treatment of diseases etc.

5. Other” Primary disease

Disease with a high burden of diagnosis and - Diseases with relatively low co-payment

not established or specific independent
diagnosis is not possible”

- Transient or acute diseases, diseases that
can be cured by surgery etc., or diseases
diseases of relatively low severity

for diagnosis and treatment, etc. (based
on co-payment of costs for health care
benefits per person)

- Diseases eligible for other projects or
acceptable as designated rare diseases

- Secondary diseases due to infection or
drug trauma etc., or tumor

- Lack of information, such as the absence
of reporting cases in domestic academia,
or the need for supplementation of the
opinions of the specialists - relevant
academic societies (re-deliberation of
the following year after request for
supplementation)

“Ex: nephrotic syndrome (x), NPHSI-related congenital nephrotic syndrome (O). YOther criteria deemed necessary by the Commissioner of

the Korea Centers for Disease Control and Prevention in consideration of the cause, characteristics, type, etc. of the disease.

1) Demand survey for deliberations regarding the
designation of national managed rare diseases

The KDCA opened a Rare Diseases Helpline website (2006)

to provide information about the characteristics of rare dis-
eases occurring in ROK, the status of occurrence, and national
support projects, and to listen to the voices of patients with
rare diseases and their families [7]. Anyone, including patients
and doctors, can apply for rare disease designation at any time
of the year through this website. Since the deliberation process
for rare disease designation is held once a year, the delibera-

tion timing may differ depending on the application period.

314

The diseases eligible for deliberation in the current year are all
diseases that were applied for from March of the previous year
to the last day of February of the current year (“Rare Disease

Day”).

2) Disease deliberation process
To collect a wide range of information concerning rare dis-
eases, information on rare diseases is to be collected through
international rare disease information media such as Orphanet
and Omim and related domestic scientific societies. Data from

the NHIS and the Health Insurance Review and Assessment

www.phwr.org Vol 18, No 6, 2025
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Demand survey

Apply through the KDCA
Rare Disease Helpline*
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Service are also collected to understand the economic burden
of such diseases. To review characteristics of diseases in detail,
the four Rare Disease Specialized Committees, including the
Genetic and Neurological Diseases Specialized Committee, re-
view and discuss whether or not to designate a rare disease on

the basis of the collected disease data, following which the Rare
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Posted on the KDCA website

Can apply at at all times
Each year, applications until the
Rare Disease Day (2.29.) Are
reflected in the relevant deliberation

Collection of HIRA/NHIS data on
the number of patients and the
size of medical expenses and
international literature etc.

Consultation with experts of
related societies by disease

Figure 1. Designated procedure of rare
disease for national management

KDCA=Korea Disease Control and Prevention
Agency; HIRA=Health Insurance Review and
Assessment Service; NHIS=National Health
Insurance Service; KCD=Korean Standard

Classification of Disease

Disease Management Committee makes a final deliberation
and decision.

In accordance with Article 7 of the Rare Disease Management
Actand Article 4 of Rare Disease Management Act Enforcement
Decree, the Rare Disease Management Committee has been or-

ganized and operated.
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The Rare Disease Management Committee is composed of
no more than 15 members, including one chairperson, and de-
liberates on essential matters concerning the formulation and
evaluation of comprehensive plans and registration.

The Rare Disease Specialized Committees are comprised
of no more than 20 members, including one chairper-
son per field, and deliberates matters that the Rare Disease

Management Committee considers in a specialized manner.

3) Consultation among competent authorities

Diseases designated as national managed rare diseases are
linked to the special exemption system for rare diseases operat-
ed by the NHIS. The NHIS participates in the deliberation pro-
cess for the designation of national managed rare diseases and
provides its opinions and consultations in order to promptly
offer support according to the purpose of the special exemp-
tion system for rare diseases, which is to support severe and
high-cost diseases.

In addition, KDCA publishes disease codes and disease
names of national managed rare diseases according to the
Korean Standard Classification of Disease (KCD) of Statistics
Korea. Disease codes are used to categorize diseases in the
healthcare system, including prescriptions, which are revised
by Statistics Korea every 5 years. However, some of the nation-
al managed rare diseases have no disease code due to the nature
of rare diseases affecting an extremely small number of indi-
viduals. In summary, Statistics Korea reviews the disease codes
and names of newly designated diseases based on the KCD ev-
ery year, following which the KDCA notifies of the newly des-
ignated rare diseases. When Statistics Korea revises the KCD
(every 5 years), KDCA presents its opinions and discusses re-

quests for the inclusion of diseases that have no disease codes
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in the KCD.

4) Notice of national managed rare diseases

After completing the entire deliberation process and final-
izing the list of newly designated rare diseases, the entire list of
national managed rare diseases, including newly designated
diseases and new diseases, are notified on the KDCA website
and the Rare Diseases Helpline, and published in the official
gazette at the end of each year, which entails notification of the
deliberation results of each application received on the Rare

Diseases Helpline website.

4. Progress and Achievements in Designation of
National Managed Rare Diseases
1) Status of rare diseases in the Republic of Korea
before the enactment of the Rare Disease
Management Act
In the ROK, medical expense support projects for rare in-
curable diseases began in 2001 for four diseases, including he-
mophilia. In 2015, however, the Rare Disease Management
Act was enacted to provide a legal basis for promoting compre-

hensive and systematic support projects for rare diseases.

2) Expansion of eligible diseases according to con-
tinued promotion of national managed rare disease
designation

Since the implementation of the Rare Disease Management
Act in 2016, KDCA has established criteria and procedures for
the designation of rare diseases. Since 2018, KDCA has been
deliberating the designation of rare diseases every year to ex-

pand the number of national managed rare diseases (Table 2)

[8,9].
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For diseases designated as national managed rare diseases,
KDCA provides guidelines along with basic information such
as causes, symptoms, diagnosis, and treatment of each rare dis-
ease through the KDCA Rare Diseases Helpline website for pa-
tients, guardians, and healthcare providers. In addition, these
are linked to projects for supporting the exemption system for
rare diseases and medical expenses of patients with rare dis-
eases, thereby helping to reduce medical expenses for the treat-
ment of rare diseases and the rare disease diagnosis support
projects that enable timely treatment through early diagnosis.

With the increasing demand for medical expense support
related to rare diseases and the advancement of diagnostic
technology and medicine for rare diseases, national managed
rare diseases are expected to continue expanding in scale.

The KDCA Rare Diseases Helpline provides disease-related
information, including symptoms, causes, diagnoses, and treat-
ments for diseases designed as national managed rare diseases.

Enables designation of new rare diseases and application
for support projects for medical expenses of patients with rare
diseases. Allows introduction of other resources such as online

counseling and disease-specific patient support groups.

3) Improvements to rare disease designation process
With the diversification of the national support projects
for rare diseases and increase in the demand for the designa-
tion of new rare diseases, we sought to improve the reliability,

fairness, and efficiency of the system, including the criteria and

Table 2. Status of rare disease for national management by
year

2018 2019 2020 2021 2022 2023
926 1,014 1,086 1,123 1,165 1,248

www.phwr.org Vol 18, No 6, 2025

procedures for the designation of rare diseases, and to make

the process transparent to the public.

(1) Improvements to the rare diseases redeliberation
system

During rare disease deliberation, undesignated diseases are
redeliberated to reflect medical advancements in the diagnosis
and treatment of such diseases. With increased demand for de-
liberation for designation, the number of diseases to be redelib-
erated has also increased; therefore, the redeliberation process
has been streamlined in an attempt to shorten the waiting time
of patients for redeliberation.

In the past, there was a blanket rule that undesignated dis-
eases and pending diseases would be redeliberated after 2 years
and 1 year, respectively. Currently, undesignated diseases are
redeliberated only in the following year without distinguishing
between undesignated and pending, and the undesignated dis-
eases finally remaining in redeliberation are terminated from
deliberation. However, a disease with deliberation termination
may be eligible for reapplication for designation at any time if
additional evidence becomes available to address the reasons
for the original failure to be designated.

Following improvements to the redeliberation system, the
waiting time for redeliberation of undesignated diseases was
shortened from 3 years to 1 year, and the undesignated diseas-
es that remained before such improvement were decided to be
redeliberated together for a faster deliberation, thereby resolv-

ing public inconvenience.

(2) Enhancing expertise of deliberations for rare

disease designation

Owing to the lack of information regarding rare diseases,
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there is also a scarcity of relevant healthcare professionals and
experts. For this reason, Rare Disease Specialized Committees
have been formed involving healthcare professionals who treat
rare diseases in clinical practice, thus enabling them to thor-
oughly evaluate diseases during the deliberation of rare disease
designations.

To further strengthen the expertise of rare disease delibera-
tion, the Rare Disease Specialized Committees were restruc-
tured in 2023 from four Specialized Committees to four sub-

commiittees and six Specialized Committees (Table 3).

4) Enhanced transparency in rare diseases
designation by establishing rare diseases
designation guidelines

To increase the credibility and transparency of the national
managed rare diseases designation project, the Rare Diseases
Designation Project Guidelines were established in 2022 to

disclose details of the rare disease designation deliberation to

Table 3. Reorganization status of Rare Diseases Specialized
Committees

Composition detail of sub-
divisions (person)

1. Subcommittee (13):  1-1. Genetic (8)
Genetic - neurological 1-2. Neurology (5)

Field (person)

disease
2. Subcommittee (17):

Internal medicine

2-1. Immunology - cardiology
- respiratory - allergy -

disease hematological tumor (9)

2-2. Nephrology - endocrinology -
gastroenterology (8)

3. Subcommittee (8):

Surgical - etc. disease

Ophthalmology - otolaryngology
- orthopedics - dermatology
dentistry (8)
4. Subcommittee (11): Health statistics - epidemiology -
Rare diseases statistics - applied statistics (7)

statistics Related public institutions (4)
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the public, including the definition of rare diseases, criteria,
and detailed explanations of each process. These were also pub-
lished on the Rare Diseases Helpline website, making it more

accessible for anyone to check the guidelines [6].

Conclusion

Approximately 70% to 80% of rare diseases are genetically
inherited, and early diagnosis and timely treatment are difficult
due to a lack of relevant information. In this regard, the nation-
al managed rare disease designation project increases access to
basic medical information such as diagnosis and treatment of
rare diseases by officially announcing rare diseases that occur
in the ROK and plays an important role as the first gateway in
reducing the economic burden of patients with rare diseases
through government support, including the special exemption
system of co-payment for rare diseases and medical expense
support projects.

In future, KDCA will continue to identify and promote the
designation of national managed rare diseases, thereby contrib-
uting to the activation of research, policy establishment, and
support projects for the diagnosis and treatment of rare diseas-

es in the country.
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