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[ Abstract] Rare diseases have been a major challenge for clinical medicine and public health challenge
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in China. One of the effective measures is to conduct proactive research on rare diseases to deal with the
disease burden of the diseases. However, low prevalence, disperse distribution of patients, lack of knowledge
about the disease course, and phenotype heterogeneity hamper the development of research for rare diseases.
Recently, it has been found that patients registry is effective in understanding the course of the disease and accu-
mulating the cases and data of clinical research or clinical trial design. At present, most of developed coun-
tries or regions in the world have promoted clinical research and clinical trials of new medications on rare dis-
eases by using the registration of rare disease. In 2016, Peking Union Medical College Hospital established
China’s first registry system at the national level-National Rare Disease Registry System of China ( NRDRS).
NRDRS has accumulated 68 137 cases data registered by the researchers from China’s 101 collaborating hos-
pitals in 29 provinces/municipalities/autonomous regions, covering 171 different, and forming 188 cohorts.
To date, NRDRS complete the initial stage of resources buildup. Nex stage will be focused on clinical re-
search and clinical trials related to rare diseases based on NRDRS. This article is on the process of building

NRDRS, the potential support for conducting clinical research and clinical trials related to rare diseases, and

the challenges will be faced.

[ Key words] rare diseases; registry; clinical trial

Funding: CAMS Innovation Fund for Medical Sciences (2021-12M-1- 003); National Key Research and Development

Program of China (2016YFC0901500)

T DL e — 2H R AR BT AR AR, 0
NBHER PR SRREEF AL, 3 E 50
WHE TARR ARG, Bz 3B R ARSI PEAG
BIREAWFFHE B9[] 2 DL 5 ol ) S50 2 22 S
KRB AR S ARAR Al 2 [ e
NBARBE, Hypom i+ 000 E, 2016 45 L1k,
REEIFHEEL G T — R RGEAR R FAETE, LL
RS2 DL B 6 AR B T R FAR SC BT B2 T BOR I 45
RO BRI, A BRI RA . B A B A,
DA AT 2 18] i {5 SN Iy, fdf H AT R AT 58 2
RESRARDECFE DU Rl O A HAN PR T8 5 A ik Hh
X BA BRI A 90K 1 =R B I T e,
e, # MG EEG, ZIMEKREH, AA
ZHR A IR I ROFTEF 5 b 2

AT EIC TR ( Registry Study) , DL R
AT BT A BUR I E AT SE B R, B AT 3
W BURRER TR R, RSV i
Wtk B F R, IR AR E 25 R AT PN A SR
Gl AUEEIR 4 RRRL, (1) AJL TR
TENHRICHESE s (2) WRTENICHSE; (3) BEJF
FEATENTEICHETE;  (4) B A AR LA E L B
FUM L BETREWRRAE L R R E SR B
OIHORRE L, A SR R R PO AR, AT T
B e T JR 28 DL e R B TR T 5T

8 January, 2022

J Rare Dis, 2022,1(1).7-12

1 ERREMRFEZRAR

1.1 ZERFEMRGEALEIEE

2016 4F, w1 [E B 2 B2 Be A 5t B R S B B G
W 19 FEA B8 3 WA 2 Y7 058K 1 B 7 AL Al
LRI AT AT A (% 1), s h EEZFE
WM 240 (National Rare Diseases Registry System of
China, NRDRS) , #% 2021 412 H, NRDRS C. % 7
FRE 29 4. AR X H AT 101 RPME AL
(FE1) 5 &FXE 171 B2 0, 3 T 188 D%
BAB, SEAK 68 137 i) 2% Ul £ 5 A i 500 T4
Forr 16 987 Bl N T AEMIREARIE B, 19 845 f4i
BE M T AAARE M/ S UE R . TP H AT
NRDRS “F-& W7 T K e s, #E 2021 4
12, ERPEICERB 345 5, Hhadie
E 2295, TR 24 5, FUWIRISIT IR M
ML F IR EGRITE 92 75

NRDRS Bt 7" Z B B AR 22 /AL gy |
TR I R ORI ST, T P s A
AR A2, TR 2R 0 0 e
ICRFSET-, BCHz T N F R 27 RO o T AR
MEEA SRMEA DL, AL T RIRECE, B TR S
1, [AlEE, NRDRS $T8% T LAAEEF X m K2R A i 55



i 2 2 L R e B

£ CFIWRERBIIIGE TUH RS 5L

TH A A Z 5

HERFEWREMRE T AEE 1 PEESFRE R R B
oy Bl B . E B R RO EE B

L R AR BB

- E AR BB
MR M AR — BE B
o S R R A e MR e 4
B

- R E B AR LR B2 e
ARG 7 BB

- IZRAE B R B

- WL R B2 e B B — DR e
PO R e 1 B

- R R 2 I

HAERE

L R R M AR — DR B
RN BRI
AR — BE B

- b S R BE B B OB AR
BBt

3. HAHBJLRHIFSE B

4. BERICFEMRIL R LE E R
5. o H K UFBERE

e T T,

PSR IR R G 2 L

Bz BT BRI

JLEE SR

AT IUH 55 AL

B, RERADPN, AL THIREAR, IR TRES
FER 1T, NRDRS [7] i >R 5 3 Mt 4] 649 s R 1297 £ 16
FAEMREARLE R, 203 2 PO (i PR 128 A I
IRAEMIREA TR, WO BRGS0 B | [ 4
A 191052 ) e ARS8 R A R A B R 8 i R Y 57 L

151

(R s

>\)()1 {g\\ ij< ,‘1@&/&/{

Bl 1 NRDRS £ PME S 09 X 534

T DM RO ] B9 258 AT BUX Z I 9 HES A e Jm

WEAEF &, REEAJZ, NRDRS E’J@ﬁ*ﬁjﬁi’@ﬂi
AT ENFE RO R ER, TR T 5 W s
B EVES

1.2 BEEXERBTESERE

NRDRS 7E{5 SR ARG 5E M TAEH, K24
7 T HEI 1 27 L i Al ] S [ Jo e R S

HoE, EALE M ERERR, B, (1) 4
REAER; (2) AEWREARMER, (3) RIS/ %
i (4) APREZILER; (5) PIOALKEMR
1 (Chinese Human Phenotype Ontology, CHPO) ,
ST E BT R R A R B[R 4 i 5 B A
R, TR TP B, R R R AN R
NRDRS Bt 4 9 1l f BOR S 3R B — A~ e/ NI
%”, BT R/NERART AT LUK AN [A] 5 b R AT AR

O S BT 2 UL R AR A A B AR A 4 iR
%,

H5=, NRDRS R HIBEHALE B, K A il
W AATEOH I R DL MG ROR R RN A
F MRS [ A6 e A7 70 2R 8 7R, @?ﬁ CEAFRT.
R SN < 47 NN 1 °1/F (2 SN = U o B N 2 4
iR “{rbn (HET}%TJ_J_Z/\&UJ_%%E’J
R 7R CHAL ORJE T LA EAE—ZE0) 7 AR
B, *%ﬁ%ﬂcﬂiﬁ NRDRS E%E%E’Ji?ﬁ‘fﬁﬂ?}”
JEPE, BRI EIE BoRAER A ARENE REH B2 R A
VUM BTAL AL 5t A o o 18] 5 o P 5 ) 22 o
TENPERIC R e n B it T I

B, ONIRTHIIE AR —Eohe, N7 WA R
HIHCH B M LU, NRDRS - &5 85 221 58 il iF
FE i) —Fh/ R IR AR < DFTERE”,

Vol. TNo. 1 9



i — 5 BORAER I IF B AE A N S LA B = i 5T
PRI B AR AL, ST AL i R R B
1.3 wOIEMITRE

56 7 DL B OSE R IR R 1297 R R 3
NRDRS #5ii {5 BoRER BN < I H "
AR E . PRy, CMEHITHE " R
FELEIN— A (s b 20 52 4 S AR INZS, BT At
REREEAMPIR B EE, “AEREBE" o
AT H Z Ay, IR AT G A e B A P WOk . R
BEHAD T AT B AR E BN
1.4 mRAELEEER

NRDRS O g e br fE A5 BRE X, 20 “H P
EE O CRPAEET M CHAEHE A, H
FUETAEE ORI PR . SN P R
7O P ERSARER”, RIS B
HRARR" . BRERARET PORELFERR
PAGAE TR M R R R, B
HAEPASE CRTEREALRE A BRI AT,

2 NRDRS WEZEH

TEMHEICATTE C RO PRI B S B, 41k
PP CAE B, SR ™, B4 (FFREH)
R 2 (036 A 2 (1 B A %0 U NRDRS 15
5 DL e RA2 YT 5 B2 W50 i T SRR BN, RE
fifp PR 22 B 5 UL A O B B A R, AR SCOH A A
NRDRS FE B2 B AL, 52 0 20 18 5 L s i PR
5 sl PR T B R
2.1 ZHFERFIEKRFARMNBERLTR

DL TE T E T RE DA 57 DL I PR TS (9 T e 4R A3t
JERRAF DT R R R IO B 5T 3RS (6 5 R AE
2R, WERRAE I ROTTE s OREA B DA/ MR RE
A SLBESERO RR AL  ld ENP LTS, ik
AN R E AT 2 U AR, T A [ I S A R
FATLABE IR AR IR R A AR G B b AL
HPIHEAT B, AT 396 B, EE A H
FEEL BERTER KIELER i, %
REkd, UNAMBIZHIEE, fmics rm e
BB, SLEBI 2 2l B e E R8s, BT
“HIENER FAR IR R B A AR SCTE A" SR A ¢
PR, PRI, EBISE Ao S DR I 5 S AT 1 F R
5, ARRASIEIN | AL RATT RAELGH
TURIAR GRS . A, FRATIEVEARIC = TR IIRIG ST

10 January, 2022

TGO, ALFEE X AR AT ALY RE TR, 8
L RETTPEAN TR SR AR B T T e fE BB
JETE LG RIS i B AR, RO T B B S
Pk, RS T B AR
2.2 HTHERRRITREAR

TEIE S WA N IC O ST RERS 1 g AN ] 1 X2 D
R WA RS A2 AR, R IR AT
AT AR 8 B e B AR OB . TR O
GRS A SR AR AL R R BT T T A, R KRR B
= A TN CIR VA [ F o S b R WY SR 3 e =i
SEE A P A AR TR

2 FVEAE AR R BRI, A ke X v 2 L 1Y)
PR L B = A S PEAS . NRDRS 20t 5 4EHEE, 40
AT R UL B BRI2 IR B, I g e 191 4 AR
ZE W EMEL, Wk NRDRS B 15 5 FE %8 K0 )
Bl e BEA TR (R R B DR B I . 9 58 o DU
PEAE) , LU DEic iy Jr =04k i 212 09 5 W
W, RN 5B AR S SRt =T
T, RIVRTSX 24 i o0 AR SR 19 50 4 2 10 4 L 1Y)
PR A A TAG B, SR, RERT R I A UL
FhZ3k 10 000 F'>, 522 ML, NRDRS 44 A [ Fl
BB A BR, Ak NRDRS F it — 44"
KBTI, PEEAANFEREC, b E RS 0L
P T PBIE 5T 4 LA B
2.3 FREFEMZIEHIGRKIKIE

BTN I R 2 18 DIE B IE R 4
YESRE g s . Bt o sk . BEDLAL FBE DT 7 &
AT SIS T RS i v 3 PR A G e PR 30 4 A M 1Y
U, JFREPL A FC B T WAL A B, T
B 2 b O 2SR 1R 081 i 42 5 4l R e 1 B8R T bk
e R A . S SRl B g A T,
FEEME L A BEAL G B 5 BT s 23, i ik
KB BEIRIEAE . SRR S X AR 55 . A TE Y
SE BRI R S5 10 A A . SSRGS
AR I R 36 6 5 UL AFF S SR L 32 B, A —
ERE LRE T AR EIRE, ReRSENH
LT AN, A L T A O e mT LA SR I PR
FEMTRLE , R aE 2 50 i T 7 24 B i) i A 42
DERLAS o % — e ity 7 WL o P, T RS E 5T
RN R X SRR B 9 A 87T B B4R R 1E 3 IR
WFFEI H i — o)
2.4 EFEMECEERZENR

T 2 D55 1 R 1 6 v 12 [ 00 6T HEAE A R TR



e 5 AL i T 2R 0 1 o

Me, B, BRI AR B 0 IR ZH i Lk B T
MREA D, HOR, REBCFE W2 A 8NIRIT 2
Y, TEXF AT AE 0 B e TS (4 25 W) 2F AT i K IR 5
BF, N 25 0T B AH N7 19 Y 7 1 i A 0 34 1 o
W, R, SR TG R T T SRR T Y s X BR
S DL Y I R A 36 7 T TR Tt AR A R i R
FEIF e Al 4 ol g 2 A i i B 1R 3L % . NRDRS 2 5
F B B I R B AL B IE AT, K FE S IR
BTG RR R BIE R, B el % T
il (i PRER B AR YT T i i, I B2 T ik
JT TR CREE(S B P R0 = 0 AE A [ 2
JRBNII Z [ WA 22 5 ) . A, NRDRS RAE R &
TEAH I R IR 05 2R Ry 28 I i DR 3k 3 1) I F
JRERAL T L Y D7 s 6 BE ORI IE R T Ok BE L E A
NRDRS 7594 AH #0129 B By [al i), o s i iF 5 & F
KB 7 e v A 2R 0 B A A7 o AT T, 9
Ko A
2.5 ZHFEFERPETEEN

G R IR IS H A 748 N AFNHERR bR, BEBEAY I
I8 X0 SR AR = AT W Sl 3 NRE P T DL R, it — b
VAR BEST 7= S AE BT KR8 R A v 0 A 8k 2
e, DTS IE, Ry b s, R
SRS S IS SLEATIE BR . NRDRS RAE &
HAEE L RIZYT o B P A i & 2R, PP R K
WIRfYT, XA RGAYT T IR B, et S
P HAE B 25 Jy A58 8% . [AIEE, NRDRS IE7E 1 JF
R WAL YN IO 7800 RAEF W IR YT 24
Yy e] Btk | A RO R A AR DE R B, T e
I B SR B AR O R OC T RS Tl IR T 2 W AT
P,

3 NRDRS WX RBR5H

NRDRS 2 8 H [ 22 D0 i PR A 7 A PR I
W EZIANT &, EIG E R APk, T BN
HuHEAT AR A

B, KIGBEEC MM E A, BETHT
giln, IR B BB UTEKE R /2 NRDRS T —Bir Bt
RIEH)FZTrm, FZ AW NRDRS $4 FE A B
R, TE B KB ONE, REF
LA B PN ) B A B TR AR R A AR R e i AR
ANTRYTS S5 1) B A AR A RS Jm B A O, (H N 1 B ds
RERAET &, HFEERNEHRLFMEACEN R

B AN BUE R R, B, DATHRE — L)
AR B A i K AR R R K AR E BT,
n, K NRDRS B 5 © A 09 1 5% B AR5 | [
RN e T o W S P 5 R A 0 B P R AT R
TR R R 000 4 155 2% 2 L3 6 38 38 W 45 sy 1) 5 A
TTREFANT,

9., Mi#& NRDRS 49 A 5= UL % o F 5k iy 14
I, A ST A B R A 3R B Y B A PR
WK, BAREAREE Y TEMAGFERERPME
FARLHAL A B oy Khn %, HM N A A R,
24 o3 A B AT i W 5K E AR R ST H I AN & B
MV, 1 A [R5 9 A 37 25040 =2 [ 1 22 3 45 K,
e L[] 28 5310 9 BA B 1) A B EAT B OFar B, R
TR R RERPE KR, R KBEEH
i —F£PNEA, NRDRS F & i+ R 99 A 0 57 A 9k
PR G F 2R EM ST RRS,; S008I IRF %=
O RATR B 250, I AT A — 28 0 A R, AR T
JEWFIE T R B AL b, W AR R A 0 /b
BRsE, SCHFERWAZRERNE S S B,
R R 2O 6 0 BT A e I R AT TR0 TR
I DA 4 B 1 S PR R AE

55—, NRDRS M5k F#F 5% % F 2l 5 A 5t
i A G HACEE HEATR U E B R A . T
BACRF IR B R 2ok A B IRSY T R, B
NRDRS V& 595 7 R G i A7 % 82, B MU M
(51179 R GBS AN R KR B e B R AR, R H
S B A BOR AR R sk kA (AP A
EEBEM DI R G EBE AT, ARG Z I
PR 25 545 NRDRS FLE2 5 25 UME 50 1995 1 B4 1R
Gi—XHEA ok T E ORI AME; BE%E NRDRS HEHL07
B ) RWTRE N, TF & S8 — % s 11 76 0 35 P o e
PASEER

S0, BRI R i — A PR TR PR AN 1 O
%, HAl, NRDRS 49 A 55 UL s 0 $i b 5 76
N AT I LA AR UM IE XX L2245 1Y
RRN AN 55 HATRINE . ARZEARNRINLAL | ASIRIBESE & £
X [/ e A 37 1) BCHRE T2 [ v R S B, X
PR HiL B 1) T % UL KB A B & #5 . 7E NRDRS
R K R B, A SRR S e 4 A R BEORA ) [
B, BURIRE —Fh 207 pa iy . AT Reg n Bl Sz pl
A, HIE 5P NRDRS S0 76 51 7 K3 Bl i 52
Pkl A, f 7S W B R <R B B A
R ESER <R R,

Vol. 1 No. 1 11



4 4%iE

NRDRS 15 A3 E o MR L i KA 2l |
ZIRF R IR ENRICI RO &, g AR AT
SEELT HR L R I A AT B AR E AL A g — Ak
ok HoAth 22 95 B T B T 5 1 R e R 1R T (5 S A
3, NRDRS V£ WRFEE & &, K 530 o 45 005
FTAEMA B, RO BT b 2 A B bR
R SR sE I Sy, xR InsE S G, MR 2R
ORI R R R A KA S
NRDRS W42 35 ) F 5% WL AR S BHAIE = 5 A SR
b, FCIERERESE R B R R — O DL R

EZETWR: TR A TBB WA, 15T, XM fia
kAR X Hk, HITH X HER, NER, £
AR, TiE, BRmH ., RARM LFS4TF AR B S
REL; K454, MILR B e 353
BT,

FlERFR: HMAREY FRARAEERNZY R

B RUEHEE ) . X (TREARFHE
HF—ER), A4F (BHREHXSZIWELTILEE
B), %P (LEXRBREHLER), H4H#
(LWABEFRHZR), 23 (PAXEHEER),
WAk (SHNERXFWES —ER), #EkK (L&
KIEER), ALK (HFITXFEFEHES —E
), BEF (W XFEBER), @B (HFk
FEFRMER—ER), K& (BHILAFTA),
BE (AR RER), L% (LALEIER),
WRE (TEARBRXELER), ik (FTEAE
FHERLRBER), Kmd (PHAFER),
RER (LBXF), AMR (BMEHXF)

2 % x #

[1] Orphanet. 2016 activity report, orphanet report series,
reports collection, July 2017 (V1.1) [EB/OL]J. (2017)
[2021-12-15]. http://www. orpha. net/orphacom/ cahiers/
docs/GB/ Activity Report2016. pdf.

Haendel M, Vasilevsky N, Unni D, et al. How many rare
diseases are there? [J] Nat Rev Drug Discov, 2020, 19;
77-78.

Ferreira CR. The burden of rare diseases [J]. Am J Med

(2]

(3]

12 January, 2022

Genet A, 2019, 179. 885-892.

Zhang S, Chen L, Zhang Z, et al. Orphan drug development
in China; progress and challenges [J]. Lancet, 2019, 394.
1127-1128.

Nguengang Wakap S, Lambert DM, Olry A, et al. Estimat-ing
cumulative point prevalence of rare diseases: analysis of the Or-
phanet database [J]. Eur J Hum Genet, 2020, 28; 165-173.
ER DA EZRDAT. BRDAETHEZRDAIT R TIR
SEFE R DA ERF ST SRR L R R 2Rl
(EBIpPEr&[2015]1163 %5) [ EB/OL]. (2015-12-24)
[ 2016- 01- 04 ]. http://www. nhc. gov. cn/yzygj/s7659/
201601/¢918591a06154¢1eal93fc32ba93¢085. shiml.

ER TARREEDIAT. BR DAERRERDATC T
KR DA RS — i W i2TT SR e RE A &
LAY (E DI E R [2020] 718 5 ) [ EB/OL].
(2020-08-27) [ 2020- 09- 02 ]. http://www. nhc. gov. cn/
yzygj/s7659/20200 9/c4cf28e6b54a4d248{0611b50dc023
7. shtml.

R AR 2, FHe RS, Tl AnfE B
SRTAME —HFE R H @ (EIE X
[2018]10 %) [EB/OL]. (2018-05-11) [2018-06-08].
http://www. nhe. gov. en/yzygj/s7659/201806/393a9a37f
39¢4h458d6e830{40a4bh99. shiml.

Chen K, Yao L, Liu Z. Towards government-funded special
biomedical research programs to combat rare diseases in
China [J]. Biosci Trends, 2015, 9. 88-90.

Lacaze P, Millis N, Fookes M, et al. Rare disease registries: a
call to action [J]. Intern Med J, 2017, 47. 1075-1079.
Boulanger V, Schlemmer M, Rossov S, et al. Establishing
patient registries for rare diseases: rationale and challenges
[J]. Pharmaceut Med, 2020, 34. 185-190.

P, B, BN, L PEEZ IR RS
BUEREER E AR ()] hEBEFES, 2021, 16:
17-22.

Mercier KA, Walsh DM. The initiation, design, and estab-
lishment of the Desmoid Tumor Research Foundation Patient
Registry and Natural History Study [J]. Rare tumors, 2019.
doi; 10. 1177/2036361319880978.

Michael S. Lauer, D’Agostino RB. The randomized registry
trial-the next disruptive technology in clinical research?
[J]. N Engl J Med, 2013, 369. 1577-1579.

Jansen-van der Weide MC, Gaasterland CMW, Roes KCB,
et al. Rare disease registries: potential applications towards
impact on development of new drug treatments [ J ].
Orphanet ] Rare Dis, 2018, 13. 154.

(k. 2021-12-20 sEH . 2022-01-23)
(ARSCHitE . TER)



