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X (FRFWBF+F) EAERBEET ZRVRFIE B FEARL
BARBRESHARMERFOE . FETEFNEIN, BERES
METMELETFFNEZERR.

The A Decade of Innovation in Rare Diseases seeks to highlight the significant progre

ss made over the past decade in a broad range of disease areas, representing conditio
ns that vary widely in terms of prevalence, availability of treatment options, and pati

ent populations affected.

—"_'ﬁ— Jl_lbﬁ Z% % ':F' lt,‘(Chinese Organization for Rare Disorders, CORD)E 3_7'_( 'f% ;%
LY L SHFEF I SEnRrMARIL, [t (F L meel#h+F) 8%
RPIChR, HEEMPEFERNBLYNMLEIHENRIER.

This reportis translated and published by the CORD,which has obtained the authoriz

ation from PhRMA .We hope this can promote the development of rare disease medici

nes in china.
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ose with rare conditions such as Hunter syndrome,Fabry disease,Gaucher disease,and HereditaryA
ngioedema (HAE)
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MILAER: BEERFERLRKATHEZRMBR

'E“.ﬁ*!_l.?m ﬂﬂﬁ = .[ﬂ].ﬁ(Chronic Myelogenous Leukemia):
BE A R#EDFHORTFR

RE: RAMSRARENKRR

(Neonatal-Onset Multisystem Inflammatory Disease)

12 1 2 4 B B .m].ﬁ(Chronic Lymphocytic Leukemia):
$0 MR Tr L T

%ﬁ‘ . IVABIEE g ﬁﬁ(Mucopolysaccharidosis TypeIVA)

fib fj] ﬂi]( E E(Pulmonary Arterial Hypertension).

mERTAR, ®RiFAAEK
RE&. &SRRk S L E B M fE

(Homozygous familial hypercholesterolemia)

i 15 14 I & 147K ﬂlll(Hereditary Angioedema):
ks A S 15 B

RBE. _gﬁﬁﬁﬁﬂgﬁ(Huntington's Disease)
%ﬁﬁéﬁ{t(Cystic Fibrosis): HH EARFIBENF
%ﬁ : &iﬂ‘”ﬁ(Gaucher disease)
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ERRERNEXINMNTRREXNERREZES 22—, WE
HBEV7000ZMENRF, B—FFWTILE,
HE2E, SMERARLT0AANEREELAERR, ATYEAEER
FEEABMERAL “BE XIMEFHEXESEAER. STHEEA
B+9z—MERAEREENR, BEHSKEE SLANERFEE T
EME, ENFBEEULE, ELRERATERNRROEETEH RTINS ZE
. YBOUIE R EAANNERSEFIIEN. XESHENERRENARLE
BETIR, REMALERHNESSE. AFEMERSLEER, 4%
ERFEHBFENEURERFEREE TSR, IESFEMSEENR, s
FERESTHRTEFSHMFRIGHKERMEREL. BHit, $EHRUE
NENFHFLERE, BUSHIEERNERSEMEYRE, URERED
R ERE, U BT AN L ENAENSBEER.,

RARE DISEASES by the numbers

RARE DISEASES AFFECT THE FDA HAS APPROVED
30 MILLION  NEARLY 500 ORPHAN DRUGS
AMERICANS SINCE THE PASSAGE OF

THE ORPHAN DRUG ACT

THAT'S1TIN10

@
-

1 /a APPROVED TREATMENTS
ARE AVAILABLE

FOR ONLY 5% OF

OF ALL NEW DRUG ALL RARE DISEASES
APPROVALS WERE FOR

RARE DISEASES oA ThAN
APPROXIMATELY +17% 9???’.9?7?0..““ 450

7,000

80 0/ OF RARE MEDICINES
DIFFERENT RARE DISEASES O DISEASES N DEVELOPMENT
EXIST TODAY FOR RARE DISEASES
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* FHAMEEAFHRE—AEERR

* BATE £ P Z970005 = ILi"

* BO%MIE IR BB L &R

* B (MMILGAR) BEEXEARARERRF (FDA) BHUEILS5001MNIILE
* RHER, WHENFAB=Zoz—ATERRETT

* AESWMFENRBERBIMENIBT HE

BT 450F = IR 20 T & A ER

AMTEZMER, EURAYNMELE—NREMkE. RINIFET RNFHE
EMIERECFETZIREE, FEUAHERFNNIERT HE, B
SEASHRREANAGYMATSEMEE. i, ERIAESHYMLITIE
MEERY, ERRZMNEFENEBESZITMARIGRXEESEE. It
o, BEAHBRLOUESKEAREEUBSEBZHIINE, WMEURS
GUHFEXEIHMEZER. ATIIESTE2AO0RENN—BS, XA EE
MTMLEFELZWILENFERNFMELATE.




REEMEAEZENRAMNIRPERSHERE, EadENT+HF+H, XEE
MEHBRRARBENELNRTEZS THEHAFAFOR B EMELREMERTH
R, 1983F R (MILAER) #HHTRXNMNIENER, HAERRUHM
FTTENMEARHEREME D (BT (MILAZER)) - RELLAGYWET
—TE, RETEBERREAEFRTHENERAETHE. RESETHF
B, FDAFTHEAE T BI2301MNJLE. ©

BRRANSTEZRD, BEENBEAEBT HENERRMN 5% HIMNEERS
TEZEM. XEAYMMLSHERNS (PhRMA) —HRIAHLHHRERET,
BRBI4SNMILAELTHEME, XBTTEEMMARENEGE. &N
AEXEFERNHFRAGYMEAS, BE=02—WHARFEARHNFELEE. FI
FROABEMEEMR T RALEREE LR, HEKRK, FRFEMBERRERR.

FREEAERBE ZNERFAE S, APRLEFEFRSHRRERHFAE
AR IR FENEI, BEHAEWFFEESEZTFEFRNEEZERER. &
MRFRNT IR EMEEERMERME. BEAEERBME. MalkESE. &2
fEMmMEMSKMMELEAENSTERET HEALORE. Ritz, TR
EMENETREFNFREBEERTARNEERATE, AREPHHENEK
R EERI.







Y MILGEE: BEREZERFHEED D

TMHFNAMERT, EAFMEAR, BEEHAFENATERNT B
ERRHEEMERHE T AN L 1983FBIKMILAER)IELHERFEM I
W ENRRTUFHNEED .
MILHERBIRBEFHMBERAENENRMBT AR L. ENRBER
EEXEEZEWARLT200MER. BMBKREIE: HETENHIHME,
ST ER & AN BRBUHE, ARG FITRARNRE. " MILAFESRT
FDAPRERERHLIE@IE, "R E#TFE. “81E2014512831H, 3273fIBTEIT A
2R SFDAINILA BB INE.

B (MILAZER) BdfE, A500MINLAEERSHE, HdhH 233 M2k
TEHUER, XIERA TIZARMIRY . HEELBEMES, E70ERFDAZ L RHLE
TAENOMIMILEE . BE, MRRAXNZEIEHHENIMILARGTT —L£BK
ABLPTFIANELR, RERAMRARB DT HERBLBE AR NINERRFF

wme, AAARAENMEBNNESNHMBERETERNRBEELRFE,




Y 18 4 % 4R A £ 0 (ML)
R R OIS 5T 00 49T F B

BMANMAEERMERT FEAKEHE, BEESURIEESRHM
HA & @
INALR
o EBMNMMAMHMKBERE—MERWIE, BHLHARENI0-505HK A",
o EMNMMAMKBEEANEENME (BMFEME) HFEENE MM
, YHREFNM/NR, FEANKIEERNMBMNERINEETEEIT
o E[EEHE XKLL K 5900518 1M ki 48 A (3 IR

—MEFHES TR T ISR AR YA Mm% ST

+ 457, HB— 20 4B S BS BES H0 % 55 (tyrosine kinase inhibitors, TKIs)AY 25 4 Bl
BT EMAMMMEANBNET HE IKEEAMERFINEAEE DS
EHEE T A . B D% Bamatinib)2FDAZE200 1 HERN E MKIs, X211+
Ext “BRWREER(—MEISHEMN M ENFEERFEN 22 S£E
HTEE) NEDNEMRIRR. IMFERRISH2SLGRMOMRE
mETSIER, SHISEErN— N EES22S 6K —1MNEEMETET
“BCR-ABL” R & HE. XMMAEESKIBRAMEMNTLEX, MmMS
HTEMANAREANFEEAMFRERMMOEKMBEE. SHRARERT
XANEMBEE, MNENFELT —NMERETEEINFEIBHE, AWME
ETHIMRABM R EEE

T ow 6
= 0

=



AEXNFHAEAYEE 2, IB30WEMNARMMERMFREERERIZETFE
T, FOBRREMEZE, AFEFEERILFERER=ZF""FIBETNE
ZREFREE, FRETEMNARMEANRANGTTER, MAEEKREE
MW EERTTHEBERETN, ROERIEA TNRMRAREERELE
MEREMNE, ETUETHENAYEERATILNE. REXEKRE
YA U EEEARM A ERRAR, NTER/NEER. £ TN
Wi AERNEERTOE, ERBTXNTEEETPEARNEX".

TERME—NMKINEAEEETE TIEMAAMMYE B MKNETT . 2ATHTHF
DERHATNERATHAERE, ALBREVINETRBTNAMN, FRUNFE
BHMEIET FE



+ 4F (7] 3 Hu 18 14 0 40 AR 14 B I Fs /Y AS B i 2

mS, EHERNARMENFRABT T ESHAIREEETAR. HHiIFS5xF
DERLTYMNEMENAREANFRHEINEY. TRARELZLIMIORNRRES
BCR-ABLERFHXEK, H#ACAXZEHEPHA0TNEMFERTFAE". F— AV
SR BRI FI 25 A B RA T IEHBCR-ABLEERT A BB BT E At
BB AR A

B A AN S8 = A BY I S BE AL BB 4D I 57 BL 48 1L 7D B Je (dasatinib)y  JE 3% e (nilotinib
), {8 EF % e bosutanib)FAMAZHE JE (ponatinib)s BT IRFE M S A MBI
T, EEREBIEERESRAERERFENHT— KSR INGIF AMHITIAE
7o MRAREREEREFEH—KESEHEIIG TS EMRELXTH#HTRE
Ez




fEE X BERRBEIARNT 8, MRARXEZI T —FETR 18 MR 40 f s
HMFMERNG. £20125%, XERRARKER (FOA)BE T —HHEHNG
¥, &= RAZBEME T 5T FISYNR I BO(omacetaxine mepusuccinate), FH 358 T7 X 7
g% PR Fh A b B B S B B BRI B0 A E A M S AT S RO R A S M HA S R L R I
Kl BRI AR, XFNEIZEHNE] T 2 BCR-ABLIMEE HNE K. AT EAEE
455 ZIBCR-ABLAMEEH £, FEItEARZBCR-ABLERESH M A MRETAIZM.

155 wif#fE L B RUER A BRI B 5T R A B M AL AR B MmRATT EEP EEM XA E
—#. RM, ZEA0FHMERESRINEBRE AT EASBRERREIL
Rimatt, #—2EmM T mARNFEEILE. 05, BRI RMRERE A Fw
SEBANEE, XFERAEELADTHRBFEDFEMNES T, UARFE
N OE DR 97N : kT




18 10 40 AR 1 B I %S /Y + 4F

&Z&E: 2005

e RS Bamatinib){E A E N AR AEINHIF, HIKKETT

HMREEEMNBT AR 1B 7 87K T 33 22 iE S 1T 2B 13
, FEENERRRESTHE=13.

cBZ ﬁ%%%ﬂ—&%%m%%ﬂ&me B —LE

HZ, ERVERFSERWEIITH, cBEFETMH M.

XEBENMEUBIINEBTHEEBEREFT K

iJFLE- 2015
BRI A B A EES
1k

BRI REMELIMAT—LE
T o

*REAIRNBT FRESHNTFEEAFEEEZNT
ML T A T AT BE

NS, EMNMAEMMEBANRFEANGFEEEGESHEEERA
KFE .

B, 2ZEEIGTT#E
RT RS MR 0BT B I

l~



) B BREANSREREMER

MEILZRGREMERR (NOMID), XMRABHEILWERT-KEK-X
T4RETE(CINCA), Reryopyrinfe HH XA EAMZESIE(CAPS) I =ZF KB 2 —
- ER—MERN, BEEMNBLXRKEMRB. CAPSEZHCIAST/NLRPIE[F
MERSHH. FZACAPSHI=NZEKEBf, NOMIDREHRFEN—F. XNEHR
HENL, £KHMEM KLY F1006]. AT EHTFNOMI DA H LFER S H K ER
TR, NTRICE®E, IR BREMAKRE . NOMIDE 4 JLETEA R I
, FHEKR, P, XTMHERHBEEFLDA. WRAEFET, BEASEMH
MMM DER, AABEBMXTER.

\

20134, FDAMLE T E N B ME—BIEFTNOM I DEY 25 Hanakinraiii, Anakinra]R X2
FTair BEXT K. Anakinrad] JYPHEINOMIDEEZEAABETE TS HA K
FRBHEBNRIV. ERXNETHEARERAER, EiTZH20%INOMIDJLE T

ETFRERE. MSMRBIZFIETE, EEETALLLRZNOMIDILET
EiEFIEENERE.




) 'l%'l'ﬂfﬁ* E'.Qlﬂﬂﬂ = .m].ﬁ(Chronic Lymphocytic Le
ukemia . CLL): $B ]G ¥7 RO FT 42 5T

H—REEBTRESTHRALEEREHEK THAGFENE
IMNHEB

o BMHAEAMAMKFRE—MFENNBME, BEFRBARETAMAMLK" .

o HXE, BIOAATHAIABZAEEAEEEBME, EXHTHEH,
EILEFRDI .

o HIEMMHEMMRAMRBEEERRN, FENRCHR~EHEFNEZR. HEH
fE—MBMEE, ERERAENNMBRTLEEZER. FERCHARAIR
RoOHIBRERS"".

o HIEMMHEMMEAMBEHARBZRGINGERSE, BESHINKECEMEK, E

PET, AEBREMBR.

EEHEARANR: —MREHZHROEE

18 M BRI E M CLLBAREIRABLARZA NS HEN KD AR, E18
M B RIS R B FR S AR, HES T R MM, X IE T %
A g, [R5 O e 2 U A0 T 4 S S T 1 M A D R L R I SR T B




MRERE, T HIERBTEEABERANFN—%XBTHFE. BRK
TXMREBAHTAHR, EREHLTERTEMEBEAENRER, EREMFRE
Ry, MTPEERARZCEZARAANEEHEARBMERAKRE,
NIt FEEEXLEMERNEMETT AR

AT EXN TR 0OFEREE AN AYREENREETFRT .
20014F, RIS EJE (imatinib) {F A —MIE M AL M B I 7% (CML) B3 3] 78 77 54
ETEMHEBHEMANFIARARHRKRNE. FIERIBIIEAES
TREHE—NMMEE: AMNATUBTETTAIRTRI AT ERENBEEEYE
B, X—BUBRAMEETHRARE—SRRTHCCLWEMZENIE .




EEHEARANARERGT: MEGLTHREE
EREOTES, SHEROETHRFBREATEENEEREMEE
%, SERRIZEETHARNENERRNRL, ATIREHRARE
REWIT Z SN OH I, QIR GE A R ST AR (mAb) , BRI B 40360 77 (A
FODER), UREMEET AN BRHRMET.

REETEMHL 2 —FHE2010FFDAMLET —MIBEKART AR, ERETW
ZERERANERTHERB. ITHEMAFCRNERBER MM AYNER
, B IEBLE(fludarabine)F IF 5% Bt B2 (cyclophosphamide), FIATEA S AT Z & B
rituximabE S EBARNRE, EEEESIUBENRERFIANMNE.
TBARMARBERAAR—ZKAT AR, BRPBLEEEREEETEXR
MEMAEEBRBMERATRENALTENZ AT AERBIT AR, WFC
RER. Hit, BINMASTHBNAETHER.




MEBEYFREN T RS L A B IAT K B0 HF 750 @ § X #22 40 A 18 5E 4 51 /Y
BITHE. i, RERMTAMB-4HAEZ 4 (BCR)BEREEMMKE AR
MEPRINEFE, NMESEARGFELEE. ARARBMALEIETHE
LHIH 52 MBCRIBESHIE B, MM HI LB MM B MR A MmN #E— 2T 7
# O AR BUBCRIE BE HIHI 57 FE2014 FHALERE A, HFHBIEX R AR IBEHKI
ZWMAMRLWBIMER. FH—MZFEEE Rdrubitinib)¥E @) {E B T X1 £ 40 i E 5A
REGWMAEERBruton's BERELMES £, 55— FBCRE B I I 7| LA KL B Hi
(idelalisib il &l TBCRIBIE EAE THREBERNZ— &7 . WS, EBHAEHEAE
BIBEHEALTETARTHTH, REMEHENENETAR, NRES
THRAGFEEHRBTEFWEFERE. "

EERE, FDAREXE A XK HLE Hi(idelalisib)FA F| 2 & B $i(rituximab){E A
MEEMZRMEAFNZETENNBANE _LIBTT AR 5% AR1HISBCR
BRI FIFMEmER A NMNZE RN EER AR EREEFraT
R, "BRYMRKA, FERRMELAZEENTREEZZWELEREERB
MmmEmARNFEER. RERNK, B & £ ABCRANSHI 7 F1 H b ¥8 (2] 8 77 9 B £ 7Y
SEHE—LHMARAR ALHINBEERHORK.

“ANMI—EESFEHEXIFENAIENR ... A A AR ERY
BHEHREBIF AT A RESIFMEEEENTIE. XTETF
ZRTEAERSEANAERLE, KHAXRBEXZER(NTE
ZTEAMEBRESENLT AR

---SusanO’Brien EF#E L EN X ZF
MD Anderson & JE 10>




18 1 # 20 AR B 1 %5 7Y+ 4F

2% 2005

s WIrRIEMHHREMAEAMFEAREZN—XIBTAHRE

o BMEHBHEMBEMKRHRARSRERGESE, WITHRHELL
M 32 it — 215 4A R R R G RV LTT o

o MTALRRARZIREAZTUITRIRARY, EITEVIFEE
HEELEMERNITET AR,

I#E: 2015

* FMBVEER[EETT SoKIRIaER, E/ITEEMEREHEA MR
MARBRFEER, METHHMERETPERBSREN
il URE:

* KR #hBIBLHAR S {4 (BCR) 18 BEHIHI I FOA £33 14 RS 72 fEn
RanFIZEE BHUATTIEM T AR ARMEEENET AR,
PR AL R AR EZTHIIRA




-—

) B #SERIVAR

#& 25 HE TR (Mucopolysaccharidosis, MPS) ZIZE S EMNBTHRA T E~E45Els
s R AR EE A% . EEES25, 0003E )LhmAa— N EG MR A,
ZHERR. AT, W/AETEXERB00HEABHBIVARIEZHER, HHRAMorquioA
43 & 1E (MorquioA Syndrome) B 7 Itk B IR B9 A #8575 B F FLHE-6- TR BR BE BB (GALNS)
EERTE, SHIFKGALNSESEMEEK . GALNSESXT PR RESL S D F+ X
AT EREMOLZESINREERE, BESSHAASRMIFRINEERER
, FEERBIAAERIFME, WHMFR.

2014£E2 AFDAHLE BT T & NI VARUKE S HERG RO 254, Rikk & AT £ LK —
MNEIRE . BHAN-Z B LB B 6-FRERBEEBB(EL osulfase alfa)if 3T & (X HR K UG
ALNSESEZ1EM . R THEEMMKF LIk EMETIEE, HFEHRTAEHN—IE
RN XRACHWIELEA AN ER AN S, RiEE, MEANERRE.




) Hﬂiﬁ]ﬂﬂ(% T (Pulmonary Arterial Hypertension, PAH):

RERTLR, RIFAAEN

PAHSE T R 0 i 25 175 A BE B A IR I 15 4 R
AR
o fizhfkEER—ME AT EZTEMFEOHEEDEMAIEMERR . iz
e kEESSHSE. WRFE. k8. ERULNUBEM. ™ER, sikSE
SESEBLNZEE.

°* i, B—EAXEARHISEONBEMIIKSE".

ARMETFEREBFTER, BLFIEREEHNKE

WEkEER—MOMMEEE . TRNEEEOMAMRR. X EG 0K
WELRE, SHMEEHEM. CEABER, REALNSEHH, ERL
BRT, THERONTS. BAXLEWL, BASIERERE, RELHE
B SEEIKE.



+58, MaIkSEREERNGTFR, BAEBUNRBATETSEMBE
"HEIKIEJLE, EEMA SIS EME fth XU mA R/ S E X7 I+
X, BN THEREGN AT FRREEZ " REZBELENIMNKSERNIETT
FERBZHNERBWER, MARHNSHMEMKMEENERRER. &
Tr SR F0 ) bk 77 BE 32 & 28 8 28 R AR K AUE AR ATt & £ A I ik 4% % 771 3k
M FELMie, SEERFTREGKOME. A, XLBHYHANEEHIR
RIR, EKHEAFwm. "

MEERFERMEEZRHTTHRANRSENRFE, ESHITMEMETHT AL
K. B, BERLKI, EMHEKESERAKA, —MIEI5] IR FEprostaglan
din) AU M1 & &F 5Kk 7 = B8 D . "I E & KF W AF B0 BEF B ALEF 3K, M
RME. 55— ETSIIF REprostacyclimh) T HA & Ak BT 51 BR F 7 LU 5K i =0 Bk
SERANMDE, AMERCHELE. IME—KAIFINTRETEZFEWY
FXRAFEKEHT. MXTHMOBAKRE, IMEHAFTAREE, FXERTE
ERE, ARNTEMNME. D2FBERREMHNHALRERER.

V.




REMHRAETEERE, EETHRIFARE

BE+E, BAET HEBREERATHERES, FETHNHLILS
MEAES, ERABSHERS. AUMEENAT. B0+F, BRI
BEERFBEN T REEBASRMEOEBK, KIEEYHBRRARBURLAR
s MR SRIF K SR B AR RRORTA T TR

ExzaitROEMZ £, TRAREL, BRISERATAETEHAKER
—1 (endothelin—1, ET-1)X 2 —FREILLMEW BN LIK. —LMARRZHER
7l (end othelin receptor antagonists, ERAs) FUZ5¥)ZEPAHIR T SUIBERIS T EXNER .
EATE > TET-1RAE R, BRLIE T MEEE., 20075 #t /4 E ™ A9 K JUAE 1B (Ambris
entan)e —F &% Bk JE 5T RIERA. © NHRAVHR & (£ 18 3 7 B 8B (Macitentan), —H 0 AR
ERA, ZE2013F{SEIMEET. EFUEEZRELR, BRAMNKSENETE
XERRMFEARGEEEENERER, NEGANTUESHARIREHKREE

BRTTRRE BT RiE#E.

MERTELI, FBER S H (cyclic guanosine monophosphate, ¢GMP) 275 77 fii 1 ik
SENEYRAYES, BACAEEFZAMINGE, SIFENENGEMRE. i
& dE(Tadalafi), —#2009FEmAIE H—IRAEIOMRZ, #H]— 7T LARE fi#cG
Mplg £ 52EE . "FEIR X MEERI K E S HcOMPRIIE N, 1F15% ANEIRE IR, 555
KEES



. W

2013&, fﬁ'ﬁl[ﬁ#ﬁ(riociguat)ﬁb&ﬁﬁuyﬁﬁﬂﬂiﬁﬂﬂig}i, E%—%nqﬂi‘ﬁ'l‘ig

:ﬁ: @g"{ 57N 'ﬂ{, Eﬁ %lj /%SZ ?ﬂ](soluble guanylate cyclase (sGC)stimulators)Ell‘] ?ﬁ _Z'-"J_ ':F' % - /l\ 1] T'ﬁ EI‘]

XESFREMAZ—MANIGMGMPRYE AL, MTEFIKBAK, IBANMIR, 4K E
S EFR, IR AEMBEMREEENHEENKFENERZRE."

BE, MRARMME TERINAZLENEZFNFZE, "AMYKME. [
RME. 2009 —M AT IMAR S RAETFIARRAE T, X5 ZBIBIFFAOESTT
& MEEEER SR, EIRE. 720135, FOARLE T 3B — O ARAVRETSI3R 3= 304

Xt FPAHR ARG, EETFFENIHTEZTZS THIE, TRETHELR
B— XX TRXMEBNTGENERFRERER. I, XNHEFHKEH
HPWMREFRHRITE R ”

"XEFET-NATHIKSENGY, ELERTIARNSE
=D EFDARLERIFRTT IR oo oo Fifi =) Bik 15 & < 3sk BE B X AEE JL
IR, WERR T XN SUEET MR EMI BE L.

——Rino Aldrighetti £E M EH<
(Pulmonary Hypertension Asso

ciation) FFEMNEHEERNITE




Rifi & Bk & FE B 1 4F

3% 2005

e JATTFREREHRFRIEFIEFIER, MAEEES XA
E R

o MAMEXREHENEURDILDIEERLZENIS .

e FIABRZ HEMBUIETT, MABLSLZE LIER

ME: 2015
e MARBMOMREIFIFZBITERARNBITIEFEES
I

o FATTARZEHIER, ERATTRA,
s MAFMLURFERNEERN, SHEkSEHEXHNTE
DRI & R M ER T .



Y BE&: S4Bk S A8 E & i fF

4h & B SR B M = BB [E EE [M(Homozygous familial hypercholesterolemia, HoFH)E
—MEEMER, BREESENNBASZ—. ZHREBERZNMERNF
&K 25 BE E M BE E BZ(low density lipoprotein cholesterol, LDL—C), Bl “BHEJB
B 2ENE, SENENERESEERERE. IMRERAEREER
MBENRLOBMEEREERGTANRE S, BFAXMEREESAEEZEIS
A &0 B R & AE T &t o HoFHE & 1 B 1F % 2 # 17 I 85 78 fT(lipid—lowering th
erapies) 5 — L& NI & 5 FA [% BB [E] B2 ¥7 7% (cholesterol—loweringtherapies)?A M 7 1 8] F#

TEBAEUARBEEREERIREKFUT, LTHEENEHIOCMELER
HEZEMS.

EJLE, BMFHARMERTETEERNES, MARITHoFHIMEEREF
- BESRAEENMEECKRET EAHES, BHANHMEBEEZTYN, EFHE
[E B 7K S A] TP 2% 3A50%. 201248, FDAH#EE IR % b iR(lomitapide) £ T, —H#&E
H—XBOMRFIE; 20134, KIHE4E HM(mipomersen sodium) v, —F & F—
REGESFIE ., BHAYAIERNIEY AEESSHLDL-CKEHSHIME R
R, EXEMTELENZABEESTEZRAEMNTEEEGUHEE
EMFEE. MAYMHNMERKTHRER, BEHFMES T EEWBEEEKFE,
HETREBEERERR.




)> jﬁf&ﬁﬂ%ﬁﬂ(ﬂ‘l’(Hereditary Angioedema HAE):
s A BEER1E

MIRFNENESZ THRARATR T BUMGENET FER

MR
o EfEWMENKIRE—FTRMATERREDNRER, CRERF. B

. MERGERHLERIZKE (BRAKD

EFARTE S FEIREAMHMIERKHL R RAZERG—IHZIRE, F
T —RIMEHENEN, SEERRER. KERMN . MiREEESKFT
& R GBI RE DRI EE

ERZmRER, B1AESAATABIARRK, AL ELETEMREZHIRIZ.



Ui, BEEMEDEEKIEARGTESEIBHNERT

A I E MK R —ME S KB R B MR R I E 1 Ik B m AR
BETENSS R AR AR, FHRR—FHENIRIMLERBEEZRTH
MASBIZE2BRAR—R. REPWELHFRZEELN, URMEREMELER, B8R
A—LLZEAUBENER. EH. FRFR, BEFERHZRMA. ™EMHAE
%& {5 AT LA S B MR AR B B¢, X AU MR K B, AR B RBIE K B . MEOK B OLE B,
& 9 E Al LUIE AR % iX30%FUHAER AR ZE R ML . & IFiE 7K M < & Al R 3B Bl 7
vy IRIEFRRIE . 0

BERATALURE, RMNBREHTZEMEMEMEKMETHNAY, MALETE
AEBIFARREBRTEMNER. "HAZLEER S K E B R FK &m0 AT e
, BERERAXEBESHERATENEMER, AEENZMHRE " MAGHAR
AR, EXTRERAEEELMEEKMREL. BABRMGTTIESE, ™
EMER, MBULE, SESEBAERETT, XERAREFERTRTIN
ENESF. LCEUARZFAE. ¢

>4 \*F

S ol | |

ll.ﬂl._..'_




#IT &R B A A BBy SR DHAE & {E

PE, HEEEMERABBMELIENR, RANET HERREN—RINET
BEHE. BAEXIRMGMME M KFERNRESENHEEETERANN TR, &
FRNEETHEMNEL LRTMAFOENOXE. RRNEETTEED
XMBIR RS, HOILHEARBRESMRENTERE.

12 15 1 IS 17K B Y & 5 s B =42 H — F Y AEC1 &I 7 (1 inhibitor) AY I 25 H
MERLERE, IMOEANEFREREE. HAEG=ZMER—R, &
MEBBRPRBEMER . "BEXRKE, SSEEHERRESCERE, CHNHEI
HEET—XER, XEEHENFERIINRANREFREREGRORER. T
B RRBENEEMMEEKMHEA, SEACHHIFHIFIKFERR T —M A #2E
K (oradykinin B % B3 SR, EREILMERBA IR X ME AR IE K

THKFMERAME, SEXSBARREREMIFKALIE.




2008Z20094F (8], FDAH#LAE T A& BCHNHIFIAIERBKEST AR, ENI6EE M
C 14081 31 55 1 LA Ik S 79 B 428 45 14k 1t B 1 7Kk B % A o b A, BB — sk ST SR A i
MEMKMZEY), X FHIBK(Ecallantide)ytB FE2009FEHIET . FWERF, —FAT L
PR E MR Z AR, MNMBLERA B ERBRERNE R TIHAIHEAET X
LAY R TR ARATRRE, iLMMee®RE e 2% m B H a0 iE (%
4 I 2 M 7k B & 1

5

20145, B—NRAMRACHHNFIF K #EE RS EEME kb B 3IES
BT, EREMEREMKAER, TR & RIS BRI BBk FR T 1E A TR
7y, XMAYTATULER, ILRARELRERREEBCHRBE. XMHAGTH
UL B MERIEERNFLRE. XUXEFENATBIEFNAGYILEEEDENS
KR AUEREAZ, MAZRRBR T AT LAERLIE.,

HETEMEARILEEEMIESKMEEHENEER T ESAMAEE, AT
LTHRAMET TEEENAE. BEMERNBEERANTHEEHMLDEM
XBpEVRE, FHEMEHEASRANTZE, MXRFARFENGTTMERTERE
R .




i& 15 1 I B 1K I a9+ 4F

TxE: 2005
o RBlEFR{TFHEEMMEMKMEYHEEJLFE—FErE.

o XEXRBFFNERMMEMEKMENETT

o RIBELIERT, EEMMEMKMREAREXZHERRE
wiE, MEZEEFEHTIRERBRAMAK,

IME: 2015

o XTIEEMIMEMKMIREERSHAZI, EEANEER
RE TR A R IR TT /A IR 1S5S -

° iJLEF, FDA HUET JLMsH xR M ME MK MR
]

* IMARLUIERBITEFMAYIRMELSEEMHLEEKHR
ME1E.



) BE. SEMEIEE

»

F FE U 5% B fiE(Huntington's Disease, HD) = — MIZ & 5, E W FE AR E THIT
MELH. REZEFLENETREER, ZHERINER S E P ERAAH
EW, —REMAIE0S ZE, ELEIRSHALHENEN. ABFSZ—
MEEABRELILF. TEUEBENSENNEMENEEZEMW, BERNE
ZE INHABEHEE. FIRE/NNBEREFIRE. BESHRE, BT
g, DRMEEALENTE

BRESTFEVSBENFRESEER, HRATBENED, "TEXWEEE
E. REETAMBMRIGFER, mHEH Y LA 25403 7] £ B B & = B e K,
NELEERE. F—MHTETFREUVERENAY——T KB (tetrabenazine)
F20085F @ idFDAE i, HZIERALEBBRRDOABEER. TEIRKE

EFE MG —Fh2 A 1 BRI B RIS RVMAT ) FIRE R R 5 E, FFERRM
M ERRE, EREFHEER. SEENZBRREATEENEHFEERE,
HAb N EF RN E HEEBF .




)> %ﬁﬁgﬁﬂﬁ(Cystic Fibrosis, CF) :
1€ R TR 0% B

AR EREER TEMEALEMUNERFMBERE, DXREE
BEEE.

'J‘%u'k\
° EMARNUR—FRRETHER, TEZPHEBFEK RS ;

o T FHEIEREE S AT E H(F transmembrane conductance regulator, FTR)EE [
EEMAEUNTERE, ZARESSHEAA~ERENFIR, HERM.
REFRE";
o 7EX[E, #AH30, 0007 JLEFMMABRERMELSFHMN, FHIATE, 0001 FH
PRGN IEFE G
o [EERITFHRMHL, BMAKNEBILNTMEAESHETE0FPIEKT —F.

EREAHAIMERTERE S E— S aii
CFIREESSHENFHLBEFATERENTR, FEFRAEMHEK
REMBLBENRRA. AR, XERALEETRE, ERFEORE
RE. @MAEER. FENRRG, ANEELSEIFRTE. R,
XEFRIAE TIHUEEES, FMARWEEMERYRNRI. HEN%
WA S, SFEOMBEL,. RETR. FERKER. BRAEEFER
, BEBEMAEUEERERBEN.




SHCFEEEBILEHFHMABHIL . H20M E0FR, KB HE ML
EEOTME SN0 " RAEETROR+HEF, ANHHTFHEHER
IS, FREAMAATIE, RRTDH AR IGE O FHE A,
EEREAEUEENTANESRERS.

CEH E20H 290K, FOAREMBES THM A NEEM AU LK EEMINENZ
). XL 2549 b B 3 — Fh X R BR AT I (Psuedomonas aeruginosa) 45 F M1 E &,
MERTEESICEEREAEENNIER.

2004F Ak, #FiHaT FREFMEH THIE, BEHAHECIENTHES
MG EISS AR AT, BEIERRKEANEEL, BEMALELIENETS
KMARENRAELSRHE, NEHRA-—PLEKRIESFH. WEBREFEER
EFREM




TEBEE: HTEEAMRESEELEFENEERRE
HE+E, BEHAHECEENEGNETREETEEZNRA. BEREFE.
FrEBEMENSENERAEFE, EHARUERENTENEGIAEKAL
MHS75 FIEHRI40%5 . INRIZHAIE T RIZBEAWEE T, BENEHE
BEEFHS05 A L IHERT A ENESEN I NETEREENE S, BET
ILEEE FEMER. RIREE.

MTEMALELBEMS, EANCEMETERRIESNESB/LMXBEERY
FREIIRA Ro 20094, S5 —H#hEIFDARE HEi8 13 A9 R EE & /X 77 7A (pancreatic enzyme re
placement therapy, PERT)[B] 1, #5BE Z X |4IFEITIHILIRU. REPERTE2009F 2
FIEZENTEEFEA, BEHEMIRESFARE XN X —TERIFNFIAR . 200
VEZ R, XNESMETHBEESRITAMERI, AEMTFHELEEZREBET—FRY
%, 20106, FOAILET E—ME N EMAECEZTNRARXNMER, EAZE
M+EZFEd—BEHATRTERERE., XAZERET M0, EMSE
B AERN. AYFABEIEERABREREN, EF2BS BT EINBEI TSR, Xt
BHEZE 4NIFIEITTHICFEEME LRAKXRET R

\




R, BMTEMERTHFEABAAR, HRENERZEMALEUNFEASE
WES TR AR R . [H &85 X1 #8 X CFTRES X 5 28 1Y 45 FE AN T ()R T 1Y
MRE, #FMAivacattor T2012F E . X I ML ZHIR B — I FRIECFTRIFTS
KR, B LURHSIEMMEAINIKERTEIR, KB EMINEEMIER o vacatior
BNER T AT ET S ERTEE GssID B AL EE ., "201445F, ZWIF
BYE, FOAMFZANRIFEEYT RE| T HEINRLEEE (R117H, G178R, S5 49N, $549
R, G551S, G1244E, S1251N, S1255P , G1349D). B HI, FEEXICFEE ' NHEE =RTH)

BT, R RIS TS B —MOFTRIFHRIMB A ZeH, ELATISRR B
EHAREL .

AEETESD, RINHWIETCFRERTAZEMEGFRENEET. WA, BHENX
BESTEAER, #NESMEENBRERRENFELRGT EABERTR
o TEREK, FIFETNEEMEEKBE L4, WIEEBRENETE, Eiltdae
EREMKA. BR, #HED.




RUEFHELN+F

itk 2005

e CFEEMTEIEMIIEE NS LA;
REBTTHEANHEDSEZLEK T BEMEAFw, B
BFIEHIREMEKBEESRNET HERREEH
% ;

° JBITINEMER, T ENRE LERIR[E)R,

HEE: 2015

s BHFEMERRMUESEMREG A —TILEK. MR
RTRRNBARRRETE, BERBEETIS05;
* EMFIRITEF, MRMMEZLAAREFSAVENE
R, {AFEFHATER, BRIEEHE;
* FDAHLIE YRR ER T 32 PR i3t 28 & X8 S M R B0 E AL IR UKL,
iLBET EEmMEER. FRRAETE;
o SXCFIRAREMEEITEZEREH, HBIFZAEE
FHLREEEZNETHIhEE



Y BE. ki

XEmE— MY ML EREMALANEER. £XE, BSE10AAF
mAE—ABBTEREENXERF. IEXHBEERELMNER, LYH6000E X
EABELRE. EIREXHKBEZAERA, GBARRMNRKREZWM T —MOBIEXY
FREIBERI AR . XLRBRYMRAAFACRASIESRERX, LUF. BRE,
FERPCREFERG,. BROER. 2 ARERAER. BIRHET, 18X
HmBEATUREREE ANEG. B, RIEEFTFFH. KRBERERHBTITH
BT ARAERFRESIETESAREE.

+F 877, AR XERRTT G LS EEEE X J7 7£(enzyme replacementtherapy, E
RT)FIE SERTA T 5 A B B9 R 0 & 1X 7 S X (substrate replacement therapy)o X T

EWIEAR BT X REBEELIETNEARBEMSAHNT ZENESZ, BF
AREFZMFELAFEE.

20104F, DAJHfEclaglucerase alfat 71, R E— R RRTI A
RT5H, 20124F, DA MEaliglucerase alta b, X 2 8 R HH o B 5 2 B 1 49 4 B
PR T . BE E — R 20145, —H 4 Mliglusead 37 — 2 O BRZ5MD At
T A KO R RO K ERSA T . 7 BT 4k 52 1 R 40 B P B 1 B 3¢ 10 2 R E IR 10
RTIF 3%, liglustatBE 85 N IB Sk | 3B AE MO AR . XM — 4 O IR G4 B0 R B0 28
ERET A BKATZ N ETRIE.




Y REHHATRNEREHE

EEEHN+EE, ZNESERFHNAFHIRSTSARBENRM. F
IE,NXEREREBI230MENFTAMERAAH BT TEEERARE
1B 5 (FDA) BY® .

ERBRERETELSETES, MEGMAFTNRBET RN ESTL. #
BRHLS AR AEGERET, —LEHMRETHE, MHRFERLREEGR
HE, AEZHUNFGE, G TERHBHALRERER. SFSZEZFERBHR
BREEMS, MARMINFERIIARENETESE. EFK, AKETER
REESESZHEALNTIXR, TZRHENMAMBEENSKEER, AEEE
THEUEKRMEER.

RESMMAEERIZA, AW, RE S WERRAETHEEZNBTH R,
HMRERBHBENETEKRNAERS TEEM.

e

FERHmETHENHAR—TRERSMENFL. FUH—REERE K
ERENEMFNEBEHLEEEIAA. N, FERRETHYNHAEEEHR
ENHOIOMEANRE. ATERABEERH D, BEEESSRKMAR. FMh
YN BRME MR 2%t E A E X




REWME, MERMMARETI/ELNAMRBUARSBEFFNER, A
MAFMRFAYTEEM L, BEEFGIRNEHNMARK. B HINIE
WIHH B RNE SR A RSN L MRS EERF . 7 BUR
HERFHAXEFEMRAENS I, BENTERERLRAIIF LW AEM
[B5F, HRFEENEREETRE.

mR

REAYBAENRBEALHANIMEEEEERZ, XMEFUKRARMAKRS
Ho 7w T L




= 5 WHS |10

r Rare Dis

--“'
FRH/ERFILKIT2013F, B—REITERNHRABAIFEFMAER.
ARLUBATHEHAZNFEEHG, ENRER, EFZTLAR. EAEW
MBRMIESHEXFNZIREEE, MBHLKAXANELFTNTHE, =S
BENFERNRAYNALY, EIFRFREXBREE, ARFERHRAEE
RERENE, RAPEZENFRELLR.

O05: AABNKR, EXAFER

Chinese Organization for Rare Disorders(CORD), founded in June 2013, is a non-profit organiz
ation specializing in fields of rare diseases. CORD works to promote exchange and cooperation a
mong rare disease patients and organizations, medical specialists, pharmaceutical companies and
governmental agencies. It is committed to enhancing public understanding of rare diseases,impro
ving patients' ac cess to orphan drugs,fostering formulation of rare disease policies, and initiating

international exchan ge and cooperation.

Type: Platform,advocacy & hub(PAH)

Slogan: Love is not rare, because of you.

EI'_S— JI_LI, J_I% 1_‘5_ ,%\ S|Z fﬁlnformation Platform

W RERHEFE=ZFEKD, BEFEFNHFIAEENBEEEFE.
ARXFRHFENFAEEH. FEENEHR. R, £2E. HRFE
MHEHNER, RNZEIMTEFTERNmER. ErtE. BFELEE.

Establish an official information platform of rare diseases via website, magazine,and social media.
Provide the latest and most comprehensive news of rare diseases in medicine, research, policy, soci

al and governmental activities. Create and maintain a Rare Disease Encyclopedia, a map for treatm

ent, and a database with patient information.




Jll_l_,'r_ H 20 37 $FRare Disease Patient Orgnizations Suppor
BMXHZIXFTENRAR, BHERSHARS. H2ES. HASESH
HHRES, ARUEAFENREALARZRMNEG . LERAER, BFEEFMHE

ﬁ
I=|

PR, HHHEALEREAMKERBETERS .

Incubate and support rare disease patient organizations,help them increase service capacity,extend
social impact,develop a supportive network for rare disease organizations, and promoteinter-organ
izational communication.Playing a pivotal role in nurturing patient organizations, with over 40 org
anizations being supported every year, advancing these patient organizations to provide effective ser

vices to patients and their families all around China.

S 1% 20 §Public Education

BEZHENERNERERFEXMIR, MERES AR FENREFIE T #E.
EfrERmH (FE) ESENERANEASEEMON A ATmEZ—.

Raise the awareness about rare diseases among the public;enhance public's understanding of rare di

se ase patients;host and promote Rare Disease Day activities in China.

H R 18 5 A ZXPolicy Advocacy & Research
BREZHNEARBKES, #Exths, EREEANFERLRMEXRBERL ST
EZRMNARERNRHEAE. MILAURBRNIEEFFR.

Unite various stakeholders to advocate for rare disease legislation and related policies, in both local

and national level. Conduct research and survey of rare disease communities,orphan drugs and soci

al policy.




e 1 WA et

- - Chinese Organization for Rare Disorders

Tel: +86 10-8354 5711; 8391 0649
E-mail: public@cord.org.cn
Wechat: raredisease
Web: www.hanjianbing.org
Weibo: http://weibo.com/raredisease
Facebook: https://www.facebook.com/CORDChina
B M : www.cord.org.cn
EFRZE % H (R E) : http://www.rarediseaseday.cn
“ZE . RER” LLiEF: www.hanjianbing.org/rarebutreal
MIAE M : http://i.youku.com/cord2013






