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[ Abstract] This study systematically reviews the latest and relevant literatures and policy documents on the rare
diseases in some developed countries or areas in recent years. Particularly it summarizes the practice and mode of rare
diseases policy in United States, Japan and European Union where in legislation, administration system, incentive
measures and security policy are well practiced. Developed countries and regions have more systematic policy on rare
diseases. Combined with the practical situation of China, it is proposed that China should improve rare diseases poli-
cies and regulations stage by stage, expand sources of financing, encourage R&D on orphan drugs as well as screen-

ing for diseases in newborns.
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SR, BRI S FERRREMENR
BENKRE, AP RS 82 MRS RiEE
R EXFERRIERBROLE, LU REER
RBURGIE M TR RIS X,

1 ERs%R

1.1 RRREEN RS %
ERRERREEANRE B B2
K—ARHEE o FERRAZ, XFRIMILZG (Orphan
Drug) , & AF W X B4, B FI6U7 BBy . 2 WX
KB/ R AN TREELRBREEETEW
Errisl mESURFE RN ST IGTE, B
£ .Y AASFTEEEERMBKX, B3 HE
£ AMFEILREMER M, B EPELREE
HEENE. FEBFERRELHERLT20 R
£BEAOREMEL 20 FEEAOERTFHETZ
BIRZY B TR A P TR 7E T 4 b ST Bl S
R AR ERRAENBRARLFS T
BoBEI . ¢ K9 SR ST S L B v S B 5 b X P
RIFEMET 0.05% B’ , AR EREER
Mo 70 T 1 B S B B R AR AR R LA ST B s B 3
HERERMERFHTHERE(E D),
RIERRE S EKE, TR KT EE R

AR, E R LA R T EAEURRN RS RE.
RERR FRERMRESE, HERNEDE
GLAI 4 SRR St s LUR AR SRR /N A R 43, W
A AEmFER(ERERT 001%) FR
(0.01% ~0.1% ) F1/bW.(0. 1% ~0.5% ) ; 3 BER
YERR, R DA R G THAL R G PR RS L
I EMFRRE NA—F R WERGE. W
RRFEREE; BR B MR 5 R B R R
VEFRZE | P 738 Y 0 ok R A 0 AR | 48 5 1 B A A
e,
1.2 ERHEAER

£ 80% B9 LR 08 AL BREG B , T AR A%
PRT AR ERRE, K22 000 LR AN EER
BRHERRCKRIBURER, BZHF LRKE
HZEARH M AR . 2 20% RYIEBIEHE T RN
R RN SR T e

MEFRFER LB, FRRABUTRE: (1) R
HEBMRMBERED; (2)WEE, SRR
BE; () BABEREY; (4) CHABITERKX,
WAFMXEES; (S HEREMDERSFHRET
R (6) RA AR K2R, BAERRAEHE
B

#1 BoEARMBXERAEXREXBR

#iF %8 GRS kR WA T B FE
2016 EAOS(ET) 322.2 127.7 510.3 24.1 207.7 1411.4
2016 £ A ¥ GDP(%£T) 57 638.2 38972.3 32249.9 49 755.3 8 649.9 8 827.0
. N 5.1 2.2 7.8 5.1
2016 452 JLFE T (%) 37 0.9
2016 SEX T &5 6 78.5 84.2 77.5 82.9 75.1 76.4
016 & 5 FUTFRT 6.5 2.7 9.6 3.7 15.1 9.9
#(%o)
2015_$ AB LI H 9536 3733 2192 4 934 780 426
(%)
2015 fF DA X i & GDP 16.8 10.9 7.9 10.3 8.9 53
ELB( % )
T RRM XL LZG EE 573 ( EC) Noldl /' sagrp=gak ZRKETEE B
2000; ( EC) No kX B
847/2000
ZRHEN BELTF0R BELTS0000 A EMEEFT RREBEETS BREETS &%
5/10 000 10 000 100 000
TR LEARBLEE BAFHE/AAYL BWSHLER BRXAERT BEDER g
R/ERRERARE SEFBRYE R/FERAEXE 4R
WAE > RERS
L= g4 AR & WG BRESERE AR EUH S5 ADHHE BHRAVHSE B4
ERMIAIT R, B ARATTE RN
ERBFES. L R.EEBT EFFEm
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KRABBASORH FHRESHEY;HER REPHR; /TR FRE
Biomif; R AN 6% MBI WAEIERM: W KBTS
FRAREHE REEFRIEMIL BEEEXR BX
257 35 1 o5 BT EE
K810 %, ES5 %
BB 74
ERMA TR EMNABIHERTE 6 FER BAAEFAR S3IMERR 6 FHER 2 FhERR
BUK BHBH

¥R 3 K : World Health Statistics 2018 ; Monitoring health for the SDGs [ EB/OL]. http://apps. who. int/iris/bitstream/handle/10665/272596/

9789241565585-eng. pdf? ua =1
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HEl, A A RENFEIRERN EZER RS
RRMAX, ASCLARE . H A B 6, 3 B s
EF IR R B R M A R 2 B AT R

2.1 FRREXERNTE

1983 4£ 1 A 4 B & E (M ILZH5:) (Orphan Drug
Act) ZESFRRER " BEREMA FHRER X
FERAY LR, FEETE 1984 48,1985 £
1988 £E253 R E 1T, 1984 34 (FULZG L) 1
FE—KIBITHH T E R E S, N EEXERE D
F 20 TN, BUEE AL 20 7 BIRTTILEE
o B DR B 2 o 7 3 [ O B B R SR A MBI R A
REZAR L SRR A" B — R B IR .

HABEXRER(IULLE), 1993 44 AT
TCHERE), 2 5 ARG BB | 5 2% 1) 48 B
RSB A HELER HABER M EHEK
FNEHATEIT " (HBEE)E 77 -2 FARE A A&
B, oA T E IR A IOL N = Z4rE: (1) Z&EH
A5 R B A B0 /0 F 50 000 A ; (2) i85 H AT
BERAHMEEWET T ERES AL L
P T IA K2 R SE T8 (3) M R L AUE
TR A BRI AR (24 i B 1 R 8R U0 55 W BB R K 48 1
BT R R) o1

1999 £ 12 J Bkl i@t T R T EKEZ
7= B Regulation (EC) Nol41 /2000 of the Eu-
ropean Parliament and of the Council of 16 December
1999 on Orphan Medicinal Products) , 3FF 2000 4E 1
R 22 BAR, M 3 FHE T B AE I IUL
BT RTREWR RN EM: (1) ERHIE, =
a7 T8 BB BUIGIT 16 E o IR THFE

PR , T BB 76 BR S 30 P AR RN BE R T 0 40
ZI AT LW BB SRR e F A Ay AR AN
BRI fn , ANSRAE BB SR R 1 O T , 2E BB 3R
MBI EBT R B (2) FEER AR N SRZH
HIZHT BB EGRIT 7, S BEA KT b, R
7= G B B SRR A k.

2.2 BENM

EHE . H A FER B b X A9 7 0 B i A
mEENE FERUBNHIIAER A8 %R
BT 27 UL AH ¢ BOSK $RAT 7= & o L 4R A9 47 Bl
1,351 XA RFEARPIR

EEE, ERRBEMGHEM= W EEE ]
fh e B B ¥ /5 (Food and Drug Administration,
FDA) i35, 1982 4E,FDA g3 F Wim™ Mt K2
% (Office of Orphan Products Development, f&fR OO-
PD) , 5ESTFFIBFFTALAL  Bholk 41 R BB 00 | ] 25
el FERRREIHEAHRE SR, 3 EEE R K
TILGH B R A SR, ZAT T FER TR LI
JLZGEE) B9 E BRSO E HR K 7= Bt R AR
PR, 165 BB FE WA TE L2 R E 5,
HRIOILZG R IR RBP4 X %

HARIULA R EREIMRT 5EEEM, HE
FREAE L FEER, KA ATBES -G Tl
HHFHIE RSB AR AR, HAF
WRHRBRNE LUK EREFEHESE
N 5T, 24 o BE T 4% B ¥ UF o0 ( Pharmaceuti-
cals and Medical Devices Agency, f&j#R PMDA) F% %
LI 2 i R0 BE T 25 A0 B4 WG R 9 0 AN b T R O T4
B <7 4 ) BE 2 0 B BF 5T B ( National Institute for Bio-
medical Innovation, f&JFf NIBIO) F & fit 35 F WK i 7=
A EA NPT AA B E R S S S T
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BR 3 B2 AL BK W 25 5 45 P R ( European Medicines
Agency, fEjFK EMA) 4 — 8 BRIK 8 3 X B2 7 7™ it A
FHE, MEEKYE 14172000 31, & 178 E WA
25 i & it 2 ( Committee for Orphan Medicinal Prod-
ucts, fEFK COMP) , £ BR B 5% P4 17 3% 52 DL 245 B A
ERF CHEEE GRS ETEmE, "

2.3 ¥ BR F R RhIE e

X H | HAFBK A B 5 LA BOR F BB 1S
HEFEAA, 53 B E R AR BE AT O 29 B BUR & 2%
MBS B AL, (B E T EFE AR, 7= Sk
A AERR NGRS RIFEER (£ 1),
2.3.1 £8

% O0PD i T FE W= Ml AR e 4h B2l
(Orphan Products Clinical Trials Grants Program) , 4bF
s RB ST RITIULZS 2E M50 L BT SRR B T & S A
FHRAMZ B, — WS, 00PD X+ Lr=MBF &8
BEBIHARR R 3 ~4 4F, B A BUF B i 12 ~ 18 D HTRY
BT S RIS B 2 AT LAAE 3 RN ERAERRIB R
£ 20 T3 EITTHAN, IT 5 Ek 1T HA G RIS 8 £ 7T LA
HE=FENEGERBEL 35 FETHIE. 1,
LR RBF 5 S I TE R E 2% 50% MR BILE,
FHEFEK LB RO, ZHRBIMILEIA
BIE, FZ B R, W% 28 _EBR iz g S A R I
FRiRE 52 HIE 50% , EEIBRBR T 2R e H
AR S48 FDA HiFg ™

FEZ5 T B HEBOR 5 L, FDA $lE T ERE
Hod HIEBUR , AR e PR RN R H , P E
ZySEEE SR AEE, A, FEMNFERR ™
A P BRN BRI 48 7 T S AL, BRZG A
ERHTILELSHERET FHN, ALFHMFER=HE
WE, MARECIILEE), THM5HBaE %
FIZG &, IR LR 2G5,
2.3.2 B A

H 238 1 76 K BT A4 s 1 0 B o S TRl BB SR R
HESHFE IR B R A P, — R FE IR i
R AT 50% A MBI ; & 10 £ &
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B3 15% RBL WO S B Aol B R By 14% (I BENK
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BE257 5 B S T LLARAE BK 3k 10 E T M
B, % B MBISMETE , O1E: B LT #E AR
B R LA AT R B2 5 5 oM e
HABEIER , 5 R KB T 2 B AT b, B 25
HZ BTHE MR 5 R E A G HAbs R
B (2) HFE AR E 2= 5 B iE &I 2 5
B A A M AT 80 & R R A 5
BRI (3) WALy B iE LTS IER
F AR AR R B 257 S A E T L, &3 4 4
B5 E TR R A XK EMA B E TSR
FP) 5 (4) 3 T2 0% 8 5 0% 25 50 B #HAT
S4B,

2.4 REBHE

REBEFZNRBEER ETBEAEETRE B4
IFEHR EFERTFES. XEFELREER
ITRANZATRE T EGIEEN BT RETHR.
REBAD IR RE . FlkETFRE T RRKER
TR FERET, BE RS AR ESTRE
N BV M ST AL T 2 i R BB 5 BR B R R 3R A% 0
JL#,™!

H 2245 & 590 48 b UM 8 , B RERR R
% (National Health Insurance, NHI) #4757 %4, —H
—APRILZG g b T, NHI £ 54125 0 8k #I 4
¥, IILA P LIA 10% B Mg BE . 7€ 130 PMIARE
HIERRE, H 56 AT LIRS IRE, H 30% h %
2> R AT, HAR B ER A ih h Se A BUR 324

2009 fEER B SR 1 #ES) & L R A<
MR BRE BT (REA R IULZPTIRAG AR X
PEE IO H R % B B LR B TR P B & AR
REZERTREMRHEERR BEXFELRES,
FRETILA RN BRI A LT 8 L8 B BR
SRR, (H 5 BLA ™ & M E M AR DA 1 R
REAE, RAEETRREZRMASREEEE
FEI R 5 R X 2 Wy i T Be k. A B LB R AITO BE
FTEHERXERCHE T ERENRITHN SEE



P RS ek B U B Bk e, HC A R B AL 5 e s
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FES FE RS E LR R ERRE; N R E Mt
SRUEFFELSF, WEEHCRLEZELRFERME
F & RBIGITT MY = ST RAE ] RS
HERFRARTE#R; MBREFARREENE
A B B BRA ; BB r A SRR &5 i 1)

FEF LR 8, 1962 SE £ E T RH £ ILF
#.12005 4 £ E & % i £ ¥ ¥ & (American Col-
lege of Medical Genetics, ACMG) Ei3(* 29 f@ Ltk
BROTCEZLRHATHE, RETEEIASA
KREHRILSIILERERRERANZH. B
Bl XESMEBHE T BSWFEILBETR, EE
MEEARRE, BERBLBEEFERRAAREN
ERGE, AR RKBURBR FREERMBKX
WEE & BN FE R B E L& TR,

EERSTIRS A, R E SR T IRRES .0,
1T Orphanet B3, NSRIZWIRE S, X E A Bt
FIREIRVIFSIE BE MBS IMER R, TSR
FHAPGHE, FRERLRE L MERITRS it &R
JBUAR 55 % TAE, AN IME S A 543 E R I E
IR, RE R B E R ST R R

3 PEIRRHAIEXBIR

REXFE R AT EEERIEE 24, 2
ERAERFRENE, B, RESKAHRBET
WREMILAGNE N ENEREA R ZFER
BT RS, S EERENE N
PRUE, IR S MRS ERERRE™Y  ERE
ZRRBOR MR B FIHRH B

M&E2. %3 AILUEH,2007 FREHMACHE R
EMERAPE) MOGRHEMSHRFRERME) , A
FFFEHAERHFERRAGRNBEE. BMEEHT
(BELERBEERNIE) , EFEILTEPAA
B BEHEROBELH TE. 2013 FEXEH
BB ERRBA(ETRAGSFEEFMNE
H— L HRHEYIFHERL)  BRE T4 FEREH
HRE TR B, B ERRHAAASKRE
WHEAATEBE , AT EIE, 2015 E(EH%B
RFYEHGETFRRFIEFHAENEL)ER
IR VR REBE 36 R B MR B R YR .
ZERREEROCFS, 2017 2 A, BEFREP L
(“+=R"BRAMRESAR) , 1B BB E R

PEDEBERR2018FE11 AF 11 HE11H

BAIERMERI BT MG R 2T M2 B & L, %
TS VA, AT WA RIZS R TR .

®2 REFRWRXERIHE

i) BA P B2

2013 EFRRLGSKEBERR(XTRUHRTIFHFHREL—
SEMBIFHER)

2015 EFBECEFBRX T RE R EST 0 E P HHLHE
) (E%(2015)44 %)

2015 EFRRAAHUBEFHLR(ERAABDUEERERX
FHREMEEFHETHROLE)

2016 ERE&HKL®EETERLR(ETHMMRTHMEBF)

2017 EHHR(HEETERGRELSMU) (BR(2017)12 5)

2017 pEEPRBAT BERPAT (T HRCHF PPHE MR
ER R RETEMAFEL)

2017 EERRKHAHEEEERBR(EBRTHRZ S SIFHLTHR
FRIPHEMHERL)

2018 ERHGKUEEEER EXRDEBRERSCETRILES
EMFFEFREXEERNAE)

2018 ERA 8 KEEHR(EZ A RITIMG R AR YR KR
SR

23 REFRMEXREN
BB RPN RER
2007 BEXEKGREBERR(ALKEMERIE) (KLE
288)

2009  TDAFGHREILERBETERME)(DEBSFEMS)
2009 EREHAGEBETRR(HATMEHRTRTEHME)

2017 4 10 A, {3 T 5RAL 5 VF 5 4t ) B ek S
B2 mET RO TIR) #E— R, X F
RRBITTH R BT RBO R, ER D AT EZRH
HERAXTUH(F)EAHERRAR, BT
RRBERCHE . FIFRIEITE R EST SR
BFAR R RIERIRBH HE. MRSt
LEHRFERRIET @ BT, 7T R G A
L7, dolb 7 5 KB B4 R, SR R

BERRXRDARFEABRER FLREE
HAEFRAEAH, BHRBEN MG LT T —
ERET I IR E I HHFBR, 2018 F 6
A2 BEFHES BT FZERS ERENGTER
TRHIZG S L BT BSR4 567 G AT R ARSI A BT
REEERIR T, WERIIES M ARESE

BEREHMNFZRRDRZLEHEARE T B
S BY IR E R R MBESTFRESFEN T
MBI REERARSEEES T 8290l
2 BEHES RIS IILGRPAER, TOLZEE S
R, FRREE TR RBEXG SR EEk,
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R E R,
4.2.1 %57 % AEARE ANEK
X TRYT B BRI T R, 7T 35 R X SR
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MEAZGY B F, FE 5K R E T EAERTRE
FAIRIT o
4.22 BF R ARZHE: 5 RiEHB
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SRR BITEE . 8 B R H 2y 4 M 80
FIXFFEE B2 & 1748 B, 3 X348 Bl i Aol SR B
gy 3 UKy
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K, RBE KR ERKSEHNGT, RREE
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