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Abstract: Interest in rare diseases research and orphan drugs development has been increased distinctly in recent years. The
number of affected people with rare diseases is considerable around the world and the formulation of national and international
incentive policies to accelerate orphan drugs development, aiming at offering facilities and necessary conditions for patient access to
treatment, gains favorable results. In particular, more measures should be taken to catalyze further progress due to behindhand level

in this field in China. Additionally, therapeutic methods of rare diseases were also discussed.
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FESCH “TERAERIN, B ABDT 5 5 AR5
(A0 SN E 0.4%0)"; TERRWL, T7E SOk R
RALTF 0.5% PR, F I it A 4 W 1
D7 X, IR TAEHLUE Uk AERITR, &
] 2 D i AR L ad T 7
1.2 &REE

S% 7 PR ST B (NTH) 23 A1 Y 5 L P
254 6 800 FY, HRGETE, 204 80% 1A WL
o7 A F s AL B BE SR A BT, 4n B DL FGE (Pompe
R A Jt 22 FHGE 1T % (Glycogen storage
disease type 1), J&—FhH YO fREPERER, BT
FUWRIEE, BT RFE 17 SRR A e
17 SRR B IRTE o-Hi AW RS (Acid
a-glucosidase) MFERR KA T 28748, SEURN = iR
PE o- AT, BRI, AT BEULPY
Ty R HED R AFREIR, R0 3 PR Il
VHTMAET., TEEILH KR s 3at . 7 Wy oA
Jir PR 45 240 TR o B AR | . BRBE PRI R AL
SR A4, TR AT A A e S R T
1.3 FRHRHSE

2y 80% FF WLPEIA H AL R IA S R, SRR DL
WAL o WL PERN EE A MLAF L 1) Rafk
5, G IRR H BUAE R S IT R , B
WY . PR ARG T SR 2)
RIS, FH— X A5 A0 I R 4 o A st AL PR s, 4%
FRA 38 T 2o H e R Bl L Bk 5t A 5 o RN v i
BB TEGNT s 3) ZEERBLNE , RPN I KA
FH 79 X6 S 7P X6 L ) S5 A7 R R BT 4, (] s 1Y)
T U 7T BEAZ AR T 5200 5 4) ZokifRds, 2ok
1K DNA 54, WsESE5 RSN, JBLERBME;
5) IRAIREE AL, FH AL BSOS BRI S A i R ARAE
SR B . 5 —Bast et —r, FhL
PEIB %99 T2 BB TP I R AR B & AR ML R AT
PR32 o B e REACETBREG . A RGERE
FIJRESFEH . SR AR W TG (R S i S5 2 AR X

disease) ,

D8 2 WA B o A R ] s 2 DL s 43 2 T
2, A DA BT T W S 2R ] /N
It T IR AB MR WP 1 4 2 T ik o BTy 43 2807 i
A E R s R AT 4026, I T 2014 4R
i ffi Y
2 FIRRIEN A0 O KR
21 ERERISHHE R

FIWBRFEE L, WHE S, HAjESi R
0 [ A AR IR T 0 R 2 IR 29 7E 4 000~
5000 A A= A7, T [ B EL A DL R 1Y R I AL B AR
NT Wy 900 B R T B AR — s i BRI
AN T B 20 D A A T R, 0 43 27 DL g i AR
BT ILE], 05— AR 5 DL R AR U A
FAE LG AR K . RO Ay ] — b 2 DL
T EHE R E R SR A R AR, g%
i 18] Z2 A R HCAE R Z2 A X 2 DL 114 12 W i
I E B RME, S35, W A 5 HA P i S AR
AHUHE P BB BR12, T A" (B A AE,
Osteogenesis imperfecta) A BE#IR12 M ELES | /)
JURRSR, W R N7 (WLZE 40 P 600 R AL E
Amyotrophic lateral sclerosis) T GE #1512 A B o
22 RENERFRHYHIFE

BT AT R B = T, X O BER
Wi, JEIFRIAF AN B =, X5 WL R
SRS e R AL, P AR “ILYENE
MR I7 IOLBR R 25 AR L5 . LS R IT
SR THT I A 7R %) DRIKE - AT AnT— ool 25 7 4% A T 35117
FREL L G PRSEES:, T X o 2 DL 9 9 i ) L 245
FRAN B — o Hhraa 10 S8 o AT R IO 1 11 AR S 38 At 5 ok
B UEIZ Y T O 2 A 5 T I 5 WL A T 5
BREHLET, UL EHE, SmintseE K
NEYTELEL, A A S E K E R, BIR D
A w25 NFAOL T AW , kL L2,
TE R R 25 B AW Il AR, RH . 32 i 25 W ks, %k
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P15 B RO LAY 1 3 RO BOE 1 27 W it 5
FHRILZG 1 & R, Al 2 1t 5098 A 7= ol 5555
1982 4F, Dr. Jesse Thoene # Dr. George J Brewer 4]
ZUFHIF T B R IOLER 2L, FFT 1983 2 ar 1
REZFWSIRHL; FE, EEEz@EE T (0L
YRR ), EEERAMEMR (FDA) JULM™ M IT
RIM I T N TIOL R 5 A& 5 1993
4, e E 7 AR Beor T IULBR A=W,
CIOLEGEEZE ) 1t B S 28 45 27 WL i FE 4 1 — ]
LM, g T LB B 5T R L2 0 & 45 AN il
T — 3 BB IERT, HE T RN
FINE (B NEUD T 20 7 8T0 T8 9% 23 R i 92
) XL & 1Y T3 SR B Il R AIESE /OB 55
A TS R . AR R R T
A R ARET, 10 P HAT 10 ARG R EE
i 25 A R AL HER IOLEY, R R E S, &
At 2 250 M E IO, ke T
LT 300 AP HOR 2 ] 24528 RLRE B S TUL
2ibsE, S 5RI0ULAN R RIRE TR, 50
UER, BEE — RV ECR 1 miAG , BORSLAEEE .
SR, B FRAE, HIXEFZ 6 800 Fp 2= LA
Ui, XX 300 RFRILZY HUEMKEFY, £z
=, BORMEZMEZ X E g “wiE”, NREFE
DL BT AL 24 T 0 T ] SR 1l IX 9 4 e
RIBERAERYZE L, DB EREHRS TIOLY
iz, . HA . gE . WIHE . B
T3 . 5 A5 ] SR b, DX ORE 40k 1) 2 A Rz 98 UK
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ILZG R % 1 B

Journals.im.ac.cn

2.3 BERNATERRE

MRAEAS [R1 5996 1 R ML, A58 N 0 R BCAN [
SR M RIBTT 0 o« 29 80% 1) 7% DL /2 st A%
BRFEGIE, IEAE X WS RRYT, FEA
DA JLR 7

1) REIRYT: HEIRE PR3P Rl 55
SO YR R DG IBE , 3 Ak 47 TR DA T A 5 s 1) K A
K&, FRNEIJRAE (Phenylketonuria) f&H T H#E
sk = RN AR R LS
hydroxylase), ‘FECRNZ IR A NEIRIER, B
BRI, RS, BE TR R R R
RN ARRIKE, "W ABAERIE &R, X ansfs
PE 5 %M o- W W2 i A I Bk = AE (Glucose-6-
phosphate dehydrogenase deficiency) & X & &K
e GOML it BURS, FEEJE AT g R Sk v P A I
PR A R, G A3 I A 1 A o R O i U

2) WNAYT . EEVAEYTIZ N FE, RO E
HEH ., PrafEPE XN EA R E . 245
TRIT — AR RN 2 AN TER, RH AR 1P
A R (Fabry disease), SUFRRIE P JRAA 1145 FA
JiiJR (Angiokeratoma corporis diffusum), J& M TG
KPEZ a2 ZUMEH B (a-galactosidase), FECHAY,
IS A T A B — OO R R e O b
R I UM B AN RE A i EAR N B, B
HI I ]38 2o IR L S ) A0 R A M E AN a2 FLbE
A TR AR AT, S AL, Xt
THast AL A AT B P 2 R AR R AR
WAy R FHAR R 25906 1 R L bR, iG] L HE
2t

3) FEPNAYT : 20U WA AL B R S |
B, WFER AR B BIGL. S, KRR
PRI S AT R G50 o 1 240 L e, O A ) 38 DU
20 i 2540 B D REME B 2R 1Y RS T . 2009 4F 11 H, SR
CREaE ) il PIEE E AT N O RIESE R, AT
k) X OESE EIR A RE R AR (X-linked

(Phenylalanine
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adrenoleukodystrophy) & A& M AP S A “IG
y77 R, R TEPTAE NG IR AL
FE R T 0] BE R AR VA LSRR ) Oy 1, (R RET
FARAE T G G R ERXERE,  H AiE v b T 55 Al
WRH B

4) FARIGIT : X T WM B AL 5 | E 1Y 2H 2Lk
arE SR, AT LOGE N TR T IR N TS . X
WA (Gaucher's disease) HYRIRHLELE 1 54
KK F A A K IS B (Glucocerebrosidase) &
KNy, FBULEELZ, MM NI+ To e
RO FE R A h AR, FR o BFIRIRR I Z— R
WRWERD R, T RIS VIBRMNE, ATt , (HA
REAEAME—RRYIT 58, M LA AL TB, Al
vk,

5) TRy AR, BT A
(Induced pluripotent stem cell) FEJGIT AZSHBIHR AT EE
& LEEE kA, B2 a8 T A0 AR N 5 W
PRIT AL T — 20T B I

6) BREMAEIGIT . B IEH I8 AR H RN,
WA AR B8, T LA RIGYT R v . SR
REBREE | IV AR GE M i S5 e e, e S e P Ak
H S 75 AR (Metachromatic leukodystrophy) il
A Z B FUE (Mucopolysaccharidosis) BYVR YT H1 44
AN
24 FHEMJLAH AKX

EDEIIA 13 AN ERRE, BEIF A FEAAH
XFESS , VR 225 DL A A U N R A i B ) ™
PRl d R R T EUE U R AR
KEFWEREECE T, X ANETFE M
NRE N ES, GATEMFEIN, NREITIIEEMH
TR B BEMEZRAE , K 230 NS0 W E R U
W, JRFT X5 DL 9 S 5 FIG R B9 . TR A AL 2,
EIEJABE, 1985 4F, MROTHUR . KRB SFTE
DI BT SE R IR TR IR b e 1 & R oY TR, 2
Je FATE B2 b T — RN A SR WP i &
F, 1994 4F 11 A 15 HEE BT 7R BRI Lolk

W ChEFED BN E ) (AEEA N (D5
Pzl ) ). 2009 4F 1 H 9 H, R CHigh e
PR LA B ) A S, IR L2 A
BN S 7 R e > SR BT= NN T = N 4
IR E L YRR B 25 A S BE 2 Ak,
FE[H Genzyme A ) . {8 [E Merck 24 F) 5%, FH ALk
B T-Be, KIOTHE& T T1077 25 DL 1 9K
L2y, i3 B OO L5 25 7 A T I 2 25 I FE R
e, R E B E R X AR R
F = BOR AT S, e = S 4% DL F 5T AR
JUZGFF R WO AR BB L s T 2 i A 3 T A %
RIS W I 5 25 0F Ko FRATTIE 4 T =
AN NI, I H45 G F i S PR DR i € 7
AR E R ECR, AR AT Wi . It
PO it . T EWRC. SR HRIE R R . BN
IPIIFERENIE AN

3 FEA5EWN

HRIKEZAM, FEA T IR A8 A
RIRFENEIEG T . RIRALEATEE LA L2
M R BIA TR R B, 30X Rl 5 kA 1 I
FEADTILA: 1) NRMAETEKTFAR, RiE
W, WARNES; 28 WERRREE 2, g2,
WANBE BB R A s R, DT B0 10 SR 1Y
TR D2 2) FREBESF TAEKRRWE O
T RIS B 2 W AR YT, WO R .
DL A, R 2 DL B R i 12 bR o AR
SIS 3) FEILBNG K AR, TTERY 259 T 31
K3/, R ) R AR Al 4% B A . 4) BAT R
J7 A SRR, 2 LR 2 W 5 IR T 1 i 4
P S i

TUGEXMIE R G, S AN TR L
o 18 7 F P DL SR I R e i B R T AR Y
TE X 0.65%0~1%0l A5 6T H5 3 22 DLy i
HO@ T, XILEE— N EREAR, AN
FEINR SR -, S R E %097 B R 45,
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WO, IS A IRE LR, HEfr 6K EE
5 1 28 DU R A L, SR F SRR . 254l
MIBFSE 7 I e, S 5 DL AR B R AP TR YT 4%
fF, st kA A B

BT 1) B HLHERE . CAAR
BIT T R T IWBIRMA I TR ER R, 05
i R R EIT IR R . 2) BUN & WP A
REHERL, 5 WP o oE ik ARYEAL .k Hhil1k
Ml 3) & “BUNIKER, BASET WEE, Ik
HUN B B AFIBOROREE , 380 Al 45 58 KUK, 78
O3 KA o B S G SN B BR R A L. 4)
SRFHIE BN F LRI 5T TAE, 25 THHOCHIFSE K
REHRY 5) EHEFARERIER, MR AR,
fisgoas A, EwRAk.

A BT & 22 T 5 v 40y 1 A IOk R B Y £
0, XA IZ WG A AR B . Ah
J7 HAR ] T 0 A ol T PR 9 A8 5 | kS Y 8t 4% 7 2 LR
W5, W R EE! (Mendelian disorder). =¥
ICHOR | RABFEG A FOR | B RS T
FIBAFHIIZ W FBIR . H T 80% 195 W st %
BRBET IR, i AERTHE AT E A A OB LR A . SR
i A (HD G S i 0 A ) AT AR Ayl R 5 DL g
BRI TFBPY EYNRITH . SR TR
A | B T LR AR & Jre e e (R 2% 58 S5
C BN AR D AT R 22—, DR TR |
TR B TARR . AR TARRNR TN ENAY
BRI LRI, |2 T2 B IR TT
BEAE YR T-BO AW & e, B oA 8ok 2 1)
BEUR 1 2 WL A T AL F & 0 7 T iR, —
RN AE A AR R8T
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REOMRFDREDRIODREDREDIR DR IR EDR DR IR EDR DR IR EDREDIR LR IEDREDIREDIR DR LR EDIR DR LD R KD

(£ TIRSIIR) FHEHSIFER

L PRS2 AR REMEIR AN, ik, 8RN0 (AP SIS BS), HAY (Purpose):
FEULAME S B SCR A H W, S AA SC R B E MY R 7k (Methods): J S U A AR # 1) 3222 T4
AR AR . PR SCE TS, AW [ ERR SRS . 45 (Results): ARG
AL R LS BIET ). 458 (Conclusions): WIRILRHAFSE, NG A TR 2 AL, K ICEAETHE
T FIR WA s W N PERIE Y, LR AT B B AR SCA5 SR 25 10 1) N FH 91 LR R FH 1 0 5508, FH 5 .

2. EARTRHEL. GRS AN EEAKT . ACIIES R RE, HIERLS A A QiR TAE,

3. JESCH B IR B A S S Y N A0 S TP SO 2, B SO TE TR . SR e U
S5 W TE B SCREF . B R R 1 L G B A S PR I SR . USRS EOR Y, B2 R BT Lk %)
T KT, AT R k3%

(1) BB — AR, RE AR = AP iES .

) EWHFMES, PBESRBHERES AR, XA DU lr 2 KA, LIRS W

(3) A AW 2R A, SRR R Ao R R 9SS AR S R

(4) FRER Y A RS, ARG, A FE

(5) fHZ PR A S, PRAEEAEE A NE A (W DNA. ATP %), i s Rdew K, maS
MR FEA VPR S, I BES — IR 25 2 FR,

(6) FEPLIEAHEE T, ANEM AT FEFEAT, WHibre . #5 . BE. FEFEE,

(7) A)F Bk A do I AN AT R
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