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The UK Strategy for Rare Diseases is
aimed to conduct the scientific research
and service for people with rare diseases
in the UK. This Strategy focus on the
identifying and preventing rare diseases;
coordination of care;the role of research.
All'4 UK countries will use the UK Strate-
gy to improve services and research and
to bring real, positive change for people
with rare diseases.
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This Strategy is translated and published
by the CORD, which has obtained the
authorization from the UK Department of
Health. We hope this can promote the
formulation of policies and improve the
scientific research and service for people

with rare diseases in china.
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This Strategy is translated by Meng
Linyan(from Houston), Zhang Zhen-
run(from New York), Xu Lu(from New
York), Liang Fengqi(from Maryland),
Tong Liuchuan(from Boston). Thanks

for their time and effort.
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Special thanks to Meng Linyan for the
patiently coordination in the transla-
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proofreading.
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Why do we need a UK Strategy?
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What'’s in the Strategy?
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« "HEYLHRIFERKEE" (Strategy for
UK Life Sciences) AR ZAE=6lFT. &R
SAE Tl

« "TME=EERSHRIPE2020F R
E]" ( A Route Map to the 2020 Vision
for Health and Social Care in Scotland)?
 ARSZHEXE "BRE=NHSETRE
EZREHE" (Healthcare Quality Strategy
for NHS Scotland)® fl/M& =B RS
ErRERKE , REAR  SERE
EE" ( nvesting in Research, Improving
Health)0

o "—RRIEEE : B/RENHSHERR" (
Together for Health: a five year vision
for the NHS in Wales)!* , LA S5Z#H%
RIEIZ RS S “BRAIRIRERARSK" (Our
Healthy Future) 281 "37 FiB ABEFRY
f#EE" ( Fairer Health Outcomes for
Al

« It2/R= "BE(RIAYFE (Transform-
ing your Care)” 4
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A UK-wide vision for rare diseases
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Empowering those affected by rare diseases
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2.1 BXAEITEER MaAREREMNT LRSI , (EREFENRm
BETBEFE RN ERENEZRRT., BAIDMURIAR
ARZEMENNA THERAFEE

« SIS
. QUERIPEBRE

- FRN AR ERS
- BB RS REAR

2.2 FREASIEB AT NRBEREBIISIFNBREAR, XEH
RERNBELELE TERER |, FRENREREAATEINLTE.
REHBERRBEINLG, SEEMDARRRARNASTT. il
FEABRETIHNTFAR , SFEIPTIRATES ( RIBREEE T
FEETEERBENA ) . X—EBRRS HFENRIBERE 7 £
% , U HRRSHSFBRERTRIERIRSHITH .
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2.3 RERABSRERBLRNEZZSFEEISRARIBE. TR
, XFEYSERE T ERIRENERE RN | XEEREIE =
EEEELES (Genetic Alliance UK) , HEEFN%BEZ ( (Rare Disease
UK ) FE3I BT (B2 ( the Specialised Healthcare Alliance) ,
AR EME RS ERRRIAR,

24 £S5, KESEURMTAIRSHIIER ( SENZE ) BElT
BARELN. EAENZ— , NHSEEHTHEBEANEZR. BAEER
SREEXRAIER | BLEISRET | MRLREXH.
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2.6 — MR AZRIFHBRERUERE | BIREE
BIXEA . [EMIVAEXEIREER. &
MNEERARERAVEEIRE. EEENE
, SREFTREERT , tIsEERAEE
XEBE MERBENAS EEREIER
B, RNFEUTER

* AABEIHER R S RNV
- RS AT AR A
« FAXHAR

2.7 MUNZBEFEHEHVER. EHX
LERREFTNA  FREEREHSiFE
ARAKARET HmE. BEETAR (
WABTREMNEFAR , fIINERESE )
JUEANE, FRUEERNRE T WA THEST
SIXEARAERE | BREBLATIREEY
AR, XFERBAREERTRMEWAR
, SAZSFIDAOZM,

2.8 HRIESE—LRIFINEESRR
: BEBRWULFIE MRS | tban
Orphanet , SiIRHZEREIEEFNZEY] |,
PAESEIMER R EE L2, 1HIERA
7,

2.9 HEIENIFOrphanettE R R Z—
. HIMEEXE— I EENEESIERR
. EEKSOrphanetSELUES ItERJuLES
FHRA | EEEEF,

2.10 BE BB TIFER CHES
R, BAMSERN R AR,
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Identifying and preventing rare diseases

3.1 FIZRENREHENFMEEFE , XFEEERRUUTRNREREZ —IER
7Y :

« BMERZE (WNEEIIELR MEsickle cell disease )

- ERZEENZHERZ SE R F RMSENR ( SERNKESE
FEXZPHREE MR RHIRZ R EERAY )

3.2 tHR P4 AL (The World Health Assembly)7E20105EA9 RN Hh3EiE
HSHERIERISENAEREX , MEIZESIaT LRSS — L 5%Rm
REHEIES,

3.3 RES MXFEE—FRSIEE LNFEEAIMa TIERHTRE. X
EHEIEERY , MXA LB ARERIIRS TSR ABFHIRR T,

EXAR

L BANVIUREE, BAEHRAA AR A i RR. A T4k LB EA
W &8 5% (Medium-chain acyl-CoA dehydrogenase deficiency, MCADD
) B R AR AT G Ak B 09 RS BT AR A R R B A BTG, AR AR 69 B4R
, AR RAEHAEARENEIZRR,

4o R — /N EAMCADD G BILSILE £ T R TAF, R TE, "Bk NH KB
i, MAEREERRT, HE, IFRLRIARTEF, XZHTHAMN
Tk B WA G AR 2 GG R B 125 e 2, RAVTT A8 T A aX B BT 4F gk ey
SRNBEHR MEARZRB ARG LK LERG KA,
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Screening

3.4 —INEBR AR 7 YRR EIE 2
W) LimE. XA BRiRftismE e
WX ARIATE RXEBHN—RFCUINE BEX
AEFEREE(phenylketonuria,PKU) , ScX4
ERRBR (K T (congenital hypothyroid-
ism) , .2 MAE(sickle cell disease) ,
T AHE( (cystic fibrosis) , LR FHESER
HESAR S ESTR=E(Medium-chain
acyl-CoA dehydrogenase deficiency,
MCADD), XFXLprizlnvEm% , FEHA
el AT LAR A GRS H By L™ &
ERERE.

3.5 WFHIRMIRSZHIAL] | RRTFEIE
5IRTIFEERNCE | IFEIMREFR
A, XEASEREA—TIHEFEARTHE
BHERRINER  BSERIFAREHRER
CHIZF TSR,

3.6 REERERHTEZR=(The UK
National Screening Committee)@Pgp
WXAYTBUISE R ERBERFSREEXT
IR EAYEN,

3.7 ETRITHIEE , IM/IBMEFEEE

, EREMLAT U MER AR E SRS

THEL B AR EM TS

« FRRHIEAIBR

« FEAR

< RITHE

- BB ERIEEZEE

3.8 MHFERAH TXEAHERN THRE
ELENI &7

3.9

3.

=)

=

ZRESERNIENHELTR LUK F
BERMERRRIFTERH T,

UL
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Carrier testing

3.10 BEETEGNEEHIRZNLE
MAE—IEERTETENSEAR., X
AR EEREE S BRERRET
EHERE  BEREEEREX—EAR
PRERRS.

3.11 E—LRMEEERE— R eIk
HNABFTEESHNARE., BAXUEAHE
EERENERAEREIEY , (B2
XX L AT A R4S Bl B A LABS
TR HEBALRIFEFEER., XLE&E
REETay-SachsiE Rt hiER M,

3.12 BAIFRIAEBD AR REH A ANETE
NS ANERATEETET IR .
MRFMNB—FIeFEETERE—F
ERPERIEE | BRX ML F B RENTITR
EHEEXMRIGEE , NTER. REEX
RIREA T RERARERE.

3.13 Lt , BIFSEETXRERE
NEUEER , ItEINEFRAR
(Duchenne muscular dystrophy), ]
BERT) L FER 7 2B aNzRER
RAWARINAT,

3.14 ilERE RS HIIE R ERERN
¥R BESTAR. 5K, BERI]
T ARRIE ERRNFFRIZ I ks |
HA S TFELTE NN TR ET B
o XIEATRERTERF APl —HES
RRRIETEE RS,

3.15 EFXER , AMIBEBEHEERE

. ZRIEF RGN |, 224 LREAR TG
WS EMEERERRE. BRR , X
BSERE  MAGR  UREERINES
RXLSHEREIF SR MAYEER,



ZRi-SZ2HARGE

Preconception and antenatal care

3.16 FeBEas B LA T L NSERAITHIIN
BEBR> BB RIERRAIHTE) LEE |
FEETREREXESIHIANER :

« SRPIMERIRR (LLAfERB IR B SR
BHAINHER )

 SENRERZRIFIIAZERRIR D IZRE
EYIREEY ( FCanEMXSEE )

- ENRHERERE

FERIAGE) LR E

X BRI B 12

Antenatal and new born screening

3.17 BPEARLARE BRI R E R tBREE
BEAGSMAIA R R LURDERIR (EE
METFAR , IRE, BEAY ) . PRI
F)UiFE ( FbansaE) LI ) 2273k
HEEAER.

3.18 WFFWR , TEHE) LNMERFBEE T4
BRIRIE | MUXZREAERR , ERAE
ERIRIHARS IS R IEROSRAE.

3.19 REAERESHRE R LIS Rty
WERZEERPL , NTERRZENIETT.

Cascade testing for severe genetic conditions

3.20 EEfZHANE T R ERIHER AT X T
R FEE RN R FREEER
AY.

3.21 MERHIEMEHREEFBHITNERZ
. BRCEMEIZHTA LR &R NI
X, WIIEmABRTRQTESIE (
Long QT syndrome, —3&Z WAYE(E/OBE
%) 2G|, MERIZRTeT LAESENFfA L
FRE (REETERERT ) | MXLsE
BRI LUBIS 29 e T B B TE\BREREE R
LECBER R IRFE.,

3. EEAIEIINFFSIdentifying and preventing rare diseases——12
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Diagnosls and early intervention

4.1 IERZITERE SR B TRITIS. B, —ZERAYER
e BEF WRANZET , SEiRZ. 120045 , £33/ \MERmEAIAE
BER, 25%HIBANBE—MNERFIEIREHHZ A T SE30F/YAEY

4.2 BRMRRBE—AGFEERRIE, E22MIEREFES
ARSI, EEaI—DAKRE T XIFAMIRIE | ATRERYiZ T2 RIE e
mX. BREEINRRATLSEEEHLSRRE. BRI , BAIFSIE
BENNRE , miXERAA e TS AR RALIa =ik
KL

43 ERE , EERAREARENSZEEEXFENRIARRIZRRT,
BRHZENREFARINEREE (HMIEESHRABZ—MERIA
) FHHALHFTENENREAILR. REFFIEEEL , UET—D
EREEARITE—EEATRENAI— MR, EI , REJTEmtbiE
2R —IKHEEE.

4.4 7520085 , —IptRiAME T AL EERIEEISHIITE B EER TS

18 -

o JEEARUAGAEIR

- IS RAEROER

- IR A

- JURMERRSRIAT R4

- DA RERIEE A

45 BEX/LREFEIAE | EEERIIZITREREE. RENHSEHT
BARIEH , WA —NZET RS RIFERMER , BERELER TR
AATEERY.

4.6 FrERI P RE X FELE TR R BB A H ERRIT
EHZRImA | TEHRIPEEARNRE AR SREI%T. REREE
SHERGIERREIBRX—ERRTTSA. FENE LA EE8ENNE
F RIS HIRITTIE,
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High quality training

4.7 IEFEEERIEE |, 5l IReQRY
TEMBHIARARBEZ D> AT REREF
s, SAERRLRDZ WIS RrRTEIRY7S
ZEER.

4.8 NHSTERHERER)ITEEERS
NEE , EEFENRN T FREEZRX

o
=] =1

4.9 B IR BRI BRI EERMETT A

HiIZlT , AR ARENRIREIZF WmY
AJRE . XEMRETEAFRIE ( ANRIAHT
RE ) R TR S B PR HEFRY
Bill. ESTEARFTERE T HE—FF
Fhiw. BEENEFTWARIERR
SR B IRSHIBESNETEETER
WEERRIAR | Xt 17 setdusits
B N2 ERIERL.

BRfRHARSS 1BIiE

Clearly defined care pathways

4.10 @37BR , BZIRBARB RS
BERIFEXERN. XEORERFAR
, SERE , X OMERFPD, N2
B—MERIARYEANE N RIS ERm
ABEFBLERSIIEA. BANZIE
L EmERNZEARSS Mrnas B IR
ESRIZHT  MARES—IXBEHES
1RGNS RAT —E—iEAI LT nte
=.

mARIRE

The role of the patient

4.11 NEAFGA |, AN SR SRIRALSRENET
(SRS LIS EEMEEZEE 2T
RYIRTE.

WPEAET

Assessing treatments

4.12 AT EEEENERIIRAGRIRS
ARy |, a7 ALme |, HIINSE
BERNSRRIHG AT RImE S, X
TR IHERMAER , XA ERE
EHMEFEmaT A RIE HIANSAE

A,

413 ATIXREIBERENT L | HFh0aT S
LEtHAY , WARERELAMIANE. EEH
K ( UK PharmaScan ) — X T#HZ50Y
SHRECENNENFEEY. EARERR
HESHIHREENEIES. | FEEIb(IXT
5 R ET AR TE AR E.

4. ZWIANEREAFFE Diagnosis and early intervention——14
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= EE

Genetic testing

4.14 HEERBEEFEMNIMNEZ ( The UK Genetic Testing Networking, UKGTN ) BUOFHEIA
RISEIFENL=ERS |, FTEERRIEERUIH TRERE, H—IMEENTIERNY
RIS EEEN. WR—IHGIAR T REREEERNMNESHITHSRE  BEE
RFRETRIEN,

4.15 XM EF I E BRI S BEF R G EERIX TR TRNESS . B
RIS E , UKGTNRME T —m rE B Lo =R AAIF W E EANIN B LA HIim R A
IRERE R,

EXAEZ

Glasgow 7 % E % (Southern General Hospital in Glasgow) #2-F it 4 5236 % *F 2L Ui
JAH FAR L8 KiE, £20055F, FREAAT AT A5 B E)UA M A9SCNTIAKRE R & 49
B, %1% 5Yorkhill E R ILEAYE FAA & B I A, L EN\F 4 ST H
PRAAEGKAFE THK AELNARQESI2AER, BAET —RFILGFHEL
TR R R 0 Bk R, A 5008 L EHAE M R T B X R FAE ST,

B IR B H AN — K TG AR PR R R AE 9 B | v X S LT A9 35 9T T AR IE R4 R
X A B Ay 0 6 95 B B R A AT 89 06 I 7T CAB AL RV R R R 3R F TR B AR O 09 A
o

do BIEH mAAERN, TEEZF S ST EA SR, mAR Y TR R A RS
AAREZCEZINTHETTHRTHOFEE,

BAKBEEZR OO L5 T A TS ABAEE AL R Fo 24 B K465 69 53 AHF
S AT EOULGR 09 EAF AR R S B E IR TH#AAE KRBT RA T X LER G5 H T

S s
o,



IR ImISAN )25

Coding and classifcation

4.16 SRENETIRS | 2HFISTBUR
TRESHEIHCRIX LG ERRIITIE. XA
T REEU T RRERRRIRER | (BHET IR
SHZHAERRE G,

417 IHEREHI TSI D KARER S 2
HEPAERRA (WHO ) HEFREFDZE (
International Classification of Diseases,
ICD) . ICDRAAEEINERE—BEE
RS RERERETNNE. IEER
HZESEThR (ICD-10) |, #WAKICHRE®R
ENET ENCRIIZET SRt

4.18 —IEA4RA R RICDEETICRF
X H AT CIRTE 6 % HIma I ch &R 2
1. RENL , BTFREIHEINELIES
BIR. XEHETEHNERDFIKRT LA/
MR, MEMERES , tkinOrphanet

, WIS RmRE | FEFEEE=RS
HigH T E2EGES.

4.19 ICDERIIEE#RIZIT , HBIRERE
20155 & Mm% 114 (1CD-11) 2, Hep4s
BIEHRS I CR= WmAYMERR AR 7 &1 IR
INH, BUNEZERESFIANFTEEX N HE—
BER , MNBEEFEXFE—IFRE
B3,

4.20 FEEAND RN CRASKFTENST
NHSERFNIEZRF IR TIEARHI T
ill. ERREGEFEEEEN. EHSERE
ARICIRAFAIRER P N— D EARRIFb AL,

4.21 MFChw TR IS B iE s
FEXLRY, EEMTE—E , /=14
SRR R R N RmH T EAth CmaY
ABTE ( LLANTERR A BRI
FAAERBIR ST, CHuman Phenotype
Ontologyi#Til 4% ) . S &RVEIA4E]
AR A B HbiEIX e & 3 B i A9 IR RIC
TREG,

4.22 INRBN B ENEREHEICREAE S
VASE SISz 335K T EREUCRRYSEFIR (ML
IRSS , BEFNIERMICD CRAERIESEK
ICDFIASRRELZE AL ( Human Phe-
notype Ontology ) LAX SNOMED?6i#
1T, BUHASC R T LATEESZ RS
OrphanetZFIEM £ , BREFETLFIS
BT RERIFGMEYSEE (European
Bioinformatics Institute){2HAUE(EELC
R TIER: .

4.23 (EAREREIEN—ED  REES
BEICD-11 2B EHEHMESFEIRE
EXIRBERES | EFSISETIRS
BRI RIFOSCHE,

4.24 HIRHEFEE RN SR EETEN
LR (ELUEAERNFA ) . TEhig=,
Read CodestfiFFERIELTEZH. &
BRI RITE20 1 4EIRRIFT RIS R
%, BAIBERHXLLHEETENR
IR R ER P EBRIICDICRmIAKR
OrphanetiC4REAFRIEEEK.,
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BRI

Effective IT support

4.25 BT FERSENERIRLIYE AR B RREREBBINERT , LAE—FARE

RIS IS ]

4.26 LEAMR , —MRABFIHREE. XFIYREEREES TR , RERPHBA TIa—ER
&, WNREARIREXFHER , BERETIUSFEEZRABEFEWRAYATEEME. =
Ee<EFTEm AmH AR NOrphanetdiEEH RS RE S ERIABTANE ET RS XS

TEIHRRNIZHT.

=F O

Bt s NHEH YR 77

Coordination of care

5.1 —SBREFERBS N FRAWRIBWEFZEY  XHEEFR. BH
ABSMMERBANEE., HE—RBEENETRESBERRERNZ M=
S5 , RIFAIMMERY AN, NREETEE—RERNSIRZEANSITE
IHETHHEARNBE | SE/EMNERNRE , THESBEFRE
EfRRImhIR R, ot , ARET FRENEE(ERE A SEINEtS
F4E AR,

5.2 BENBRESESHREMETIRSHIIRE. Bt ERFRERESE
BRI ERISTF , NTBERUEFRETRS. SHERE , BENEE—
EILEETIT  EREEERIERN. SREEHRENFESHIEMET
REIE. BE. RERTIVEFARBNRIFIEZHENTMEMISTY
HHRIERFHIR, SFETEMGERERMEINTISIFEIR , &2EH
IRRRIESTT K BE BB RTUEHAT.



EXAEZ

B ILE KPS 69 sh3E 45 BT (outreach
clinic) , 1£# % REMk % — K EE—105
TR S kA B3I ELE, X AGHEH
FR, BRFHENGEFTIF, AR —LR
A ML %% &4 2% (Muscular Dystrophy
Campaign) ¥R &ka@m, X—HEX$#F %
JE AR Fe TR AR B RLAR AL 0G T R 5T W B &
RRAF, A F W Ja AR T I AR 6 5P
MF2 = AR, @ T RE TR,

5.3 FREERSEN "BR" MEARYE
RY , LURIESTEsIRIARIE. Al T (e
Mt (A BENZEINIE) . ES
MEARMESLAT 45" [ERH0E

- IREMENARETRS (BNEES
REET2EEMEREIaTT )

- B HeRENREEERS

< JLE. BOE. BRATEMARNETIR
5 THEZRGERAH

- FRESTEEANES

 BETREFEAR | REUTNETRSREM
RS 2 RERINEFEE

54 WEIMEErEXEXLEHEEE S
e EREERITE | FINLEST. X—
UREPNHEESEE. KEREFARK
wig. BN, LW EFAREETRERT
EETIRSREBRAHITIMESTr. 55
BIiEETIRS | EEREEVEEEA
RIMEETRIFRE | ANE THROMXER
FFEESFE W ETSIFRIBNR.

5.5 IR ET RS SR ARE T EXY
ELSMIRR, EERIEEHERATLAH
1TERROIRRIAE |, ErBY SR EMER
IR TEZRGFRN. TEETIR
FHREIBVERNES , BERENEER
BERRE—IE,

5.6 EREATEHEEEEINS  8iEH
BNES A RIXBIN TS TRERRY By KR i
1TEIREE.

5.7 MEET AR ARNEE N EHIE, X3
TRE—ZRE5. ATrIESERIHED
Bl ESERUHIXOA RN IMEETT R
=, WTFEERS589%6 , MAIGRE
EFRBTE. e[ , EEREM
RIaTTSRERIIE—EL

5.8 BERNIFE— DR ARETITRILANAEE
TESHSRSENXR. EFititne
BREERZNR  EEBSL s
RRIERL, 1HRINEIET—&RY A AR
AR, B85

« REMBXREEFISIFINRE

- BEIT 2R TEMIRSHIREURR
« IMAERRIEAREZ ORI R

- 2R5TRIENERIERR

< ATEZRKE , QRRETEETIDENSG
&

- BENAISE5EXIEHAIE

- HRRSEHEERE IS5,
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EXAEZ

F4-+ 12814 (Tim Goodship) , -
R K% (Newcastle University) WAk E %
AR, MR —AFILE®E 6 R IERR
(22 V5 o b R 4% A4, atypical
haemolytic uraemic syndrome) #9 4 %
AR B AR T s AR AL

B TRTEES R LR ERLTELEHE
@R, FHNAKALBEEDNER
2o E QAT & #7510, R F
Fo b R B W RAB XL LB
R tELEREY, RAEARBITZIRMN LG
F 4 AT 54,

3

5.9 ETitHFENIEEBERIEREA |, LL
BESTWEFAREKR. (BRMXNITILE
KEAEGE, FRREwaTT TIERIH
—H | TJRERE— D RUTISRARIERY
M, ENETERNSMN , EXI&ER
TERMMSAMERENRE. T AT
S5ENREEERKIECETRS. A
BRTIXM A EER NGB

5.10 B—xIERNHEKET RS R
BmRze , HENREECRERRE
PréiE—/CER RGBS AERIEN
IR, BRI LR ESIRI SR e
B, LGRAMEARET /) \HIEREE.

EXAEZ
BAERRZ, B —FKFEIATEBRIER
& (lysomal storage disorders, LSD) #J
LR, CHEFFABK, H—LkEIM
R 45 S BRI ARE S 69 F) b B E A
ath, BHEMEYELLIR PR, ML
FATAE R Z,

— R EARERRGEESMER TNE

F P, de RBE RN RATG ST R
RIAFH, KRR GRFHART LERZ
W EHERSF LI 5 EEEZRBANGEH
Wz, 5] 3R ) T ¥ & 6T R R
DM, A AR A s T A 8 3 S AR A B R
MEHR TR, MEAGII LA TE L3
& R E & 69 Fr it



ZEFI

eI

Specialist clinical centres

511 TitEEMN. BUHERERSEER |
REESFHER. #iE. MRKIEARZRY

—
=
>N o

5.12 ZLRImARP R TEI RN S
BENEMRBRIRI =, ElilCETE
FRVEBA. ETFIHSRERNTR | B3
EEBENETEMMERR, XEE
FrRORTLAAKIRSERER |, A AMEREE
BALUCEERTIR.

5.13 RAFEEIZEIGERIERAT AR AR
IZBTFERTRIRHE. FTERARTFERAIEA ,
EETT | BWEBE SRkl (Eik
B2 xRS, XmD T BB HEIRE
LRIESE) , I ARBEFREERNERENE T
BIERIF A,

5.14 ERESWETFRSHESRETS , &%
KIGARFODE T Er RFEE | imd
T RBERBEFRAAE. EliEEAER
MEERMEEMEYN , KEETBEH
ERERTERD . REFEZARENAR
MIEEEFFE VAP OR , ESeE
BT EFEERALEHE. SHOMNS
S52EDEERINIEEHORITIRE.

5.15 RESEHIRKRTOBEBRAMSTE
RIER , BEEBASHIBERT  ETRS
RIEARER DR R IR MHAY , BIEER
. ERIFEE. 2 RENHEEA

LN EERRE. B, EFERONETR
TAERMRERE | LMESARHET T
HETWEN, XBEREARFZHEME
AURE , RO, AHEEI B EERY

ATIEID R,

5.16 EBNFIOEBCRE NI ZFEHRINE
FeAMELRY, A, "RA—ER"
(A hub and spoke model)aTLAR#{R
TICEFNIBAMaE | (E(IEBeEREN
&S C RS ERIH,
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The role of research

Increasing the evidence base

6.1 REEFWRARAEGTRE N, RZEENEE, NIRRT
MET RS ZERIERR | FNBAOTRREIFNMN | BRH—E{EHBELE
L., AREX—Bir , ENAEREE AR SRS EEE R
BfE , XXRBIRER DRI IERIRTCAEE,

6.2 fEBRAI , KEHFNWRAFRERZBENRRITRS ( EERRIA
R, omldRmiEdl) . IRREFZR PEKFFFHIESSS. i, 75
FHRIBAETMETRA | FREENBEERFARREEBLHTE
& ARERNREEE ( KIESEERNARRIRREIEN ) ®R=.,

6.3 ALt , WEIFERRIET A XIFE "Rif" AETERER. X
EIEEXRERMNERZIUTIVENER FAENREETRS. THMhHET
MEBAENTBLEER. BHelRE St XEES REUENES =R
B, XMTFAFEERPHIT T,

6.4 BN IBEESHRIUAIKIAZSHENRmM S HEXANSTEE | LA
R EMEENEEREZ ARG . NAFREI IR | LISERN
BT iiE. HelSRUNE "RIERLEr5E" IE ( RARE-Best
practices programme ) iIARLE#MN,

(B BES SRR

Engaging and involving patients in research

6.5 BENERENENIRSRIAREINE., MIINSS5ERZEMR
BN ERENERIER. XrhEdSEEFARGIEE A —EHRIE Ut
W, WNHEASERN ( fePfacebook , #EtFtwitter , LA PatientsLikeMe )



E XK

ERRE, BRASRS SEEFRE (
National Institute for Social Care and
Health Research, NISCHR) iE 74—
RA & Ao NS 094 R 5 AL LA Rt
X, %t X FAik £NISCHRAL A T 3 24
FFALRAEAT T F 694E R, FFAE BRI

, AR, B AR P KA LR L TAE
89 BT 7R AR Ko

6.6 IE=RIERBLEMRFE ( National
Institute for Health Research , NIHR )
IR BESMERNEESIERT
EFIET , MEFRETLENESSE
STEA, BRItbZSh , ANIHREBIRIEZR
FESENMINVOLVE , BHESIFESHA
REENHSELAH P AT SRESER
52,

6.7 5 ) LRHEZR ( British Paediatric
Surveillance Unit ) {EEEAEFIARERS
BRNBFEERZ V) L ERRRZENS
EFENRHIFE2,

(CIE R A ETE

Ethics and research governance

6.8 ATELAARIEAIRIEXISRAVEAFTER L
BREEREER. B, 70 2288
HILRIEIR. 2T, MR ETEEZATY
& | RERTIBRRIAARE , IERIT
B, 488 E EERTE.

6.9 fEEEFARE ( Health Research
Authority , HRA ) BE(EEREARIERE
NHSHYE#EFE | ESNHSRISRREEE

. NIHREZREAMX LRSS |, HEUS
TRENKR. RIEYRE , HRASEEXT
AR ETEHELE ( Research Governance
Framework ) fa%s , REMERERFANAERH
177,

6.10 2Am , MARAEEE— 1 ENER |
EREEREREFZAREAIEIRE.
BRRIMBRFRE. SFRE—ENRE
SIERNBIEGAREREEBINNEK, X
YARE. BEREREMSHEERBINE
8.

6.11 X—AJEIEERRRF, ERIE=,
NIHRIGARIARERMIZIEDAZE ( NIHR
Office for Clinical Research Infrastruc-
ture , NOCRI ) IEENHS&{FEE—h=
EEDY , LUERETARE IR MEZYIRIE
Fid3& ( non-Clinical Trial of an Investi-
gational Medicinal Product,
non-CTIMP ) 9= IEINE. {(NIHRZEE
FNEERAFERSTN) ( NIHR UK
Rare Genetic Disease Research Consor-
tium Agreement ) X EEEZF0
FFR. NHSGZEER: ( HE=7288 ) KB
HAECTIMPEFIAR I B IR T — 1M E
IEHELR3C ikt | B R et X s
BERONRSEEMNEEREBELRIES T
e a. LRPRIDEER FTEE
B.
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BUHICHT A

Improving diagnosis

6.12 BRIENBRERRIZ WRILH3200
. FEERNHSIRSS PR AL RIS 2 —
FETDNANFRIZHZERRA. —2HRoN
IR |, LARASST R BEASIN B AR
AJBEEDNAN T RGBT SL A,
—HRNFRARN AR RIEA SIS —E8o
BEBBATERN T BEURERSRRIEN
%, BT AEURER BRI s 7
BEZRIER.

6.13 20125128 , REIBUFZRD : ERK
3ESER , MUITBEIRASIE—IZEENES
, (FeERABNFRSERENHSEE T,

1iZIMBERBtr23K15100 , 000« EREA
5. FERmEizIn B AR isc i —
, SEEMESYRFS. X—IH , LK
EFHRERS. NIHRIIEREZSTIGEE
FRHEIE | FEEREEE TENmIZRT
. RIS RYERREE. ATLATRWBEERE
RARIRRABARIEEE | FEFENmANZ
WIFERT IS BE 487,

6.14 FrAIILETRFAIIAk. REERTARY

R | UK ARDIA R AR LIS AR R
T HRYGERATIRE | PAMEERIEAR
it. BEXTERNDNATRISES , £

EETTEREREEMNE | XFEESIE
PSR F AR ARITANAISZ . AR
ERMESCEARSIX—BirFERIREES

o

6.15 ZEIFAEES—RIERSHS | WAEE
SERAB T ( Human Variome Project ) 3!
FIEEKEXEE ( Global Alliance ) , B EEIY=S
FRENEEHZ RN —HkEk. Ltoh , BAE
RHR/RKZ (University of Newcastle ) F#F
HEEIIE——RD-Connect®? , IEXHOFFF

K—ireikiERNEMIRE , SRR
RPBLPEAEIEE. ZeEE. £
IRAREMMERFHUEERZR HR MR P REFR

33
o

ZE AR

“DDD#t %"  (Deciphering Developmental
Disorders, DDD ) & —3&]#7 % &) 5 xR
AMA B, A (Department of Health,)
. ERZETAF K AL (England’s
Health Innovation Challenge Fund) A% A
Bz ek e ZA4H R F s (Wellcome Trust
Sanger Centre) %R {8, £EE23MEK
B F RS XHFT, “DDDHXIT AL
TEFSFRBOKET AT RAL, EK
BROARBEEFTRAMELR, RZE=ZHZ
— W FEBI P, R R A A F X
AR AT T T 89 AR 4R A
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Partnership in developin new treatments

6.16 FARFWHRIETEEIENEREN
AT ISRE. SLIIX—BinsEt
E¥. LEY. IRREFMETRSH
5. FEIEEATFESEImR TR
AR | Rl EHEA AT/ NELEY)
B/ TS AE], EWIFFLAERRR
AR, SHEIEER. FEETTAXE
AES BIEE,

6.17 FE RIS AT IR ER AT
e ESRNENRRR. RENAM
XEBES TR SIS X —E AT
AYLE,

6.18 FiHF—THERNZOYIR R , FERIARER
Y (BEALAFRECISEPRN A ) B9
MERARZVISERIFREEN, RE
ke ST FRAIERINE | a0 (RRMEE
mEeETXIFRIME) ( European
Project for Rare Diseases National
Plans Development, EUROPLAN ) 34f0]
EFRFEEAREREE ( International Rare
Diseases Research Consortium, IRDIiRC
) BFEEETE2020F AR & H 2005
FE R 2N,

EXARE

EFEL, HBREF4FH o (the Strati-
fed Medicine Innovation Centre) 42 7
HAEZ KT, NHSHA&Z 03 R L Tk &
AR AR A £ W 4590 Ao AR ) 20 2 AR R 09 B4
o MNEFREAGEEHRTHARERS
NHS #9548 % t4,

6.19 XI5 It HAME KA TR RE
{EHTRYIETT 73R IR RE. IXEEFTT A
TFEAENEACEYIRIT ML, WEAWE
RIERIER. EMIHIFIE N FZHIRIfE
A. ERTERTERITET A BEE
FEAEZFFIRAEE . NHSEEMIRREEE
BRGEIERSHIERA , SEIAMH
IBRIFE WRICR.

= WmAIRIME

Coordinationg of rare diseaseresearch

6.20 SZHEFRIIRTTH IS RE WREE RE
K@, NHS, ERFHARIIREAEGA
W@R95570 . RIFROMMER SR, —LedE
A, PIIMERIAFRIBEIEDIRZE (the
Offce for Strategic Coordination of
Health Research ) , SSEFEEHFHY
REMEARSIRFRIFEXEIER,

6.21 REFERMESNTIEEES A
5%, (BRAEIEDIE S EEEAHE LT
Z. HNBBEX—MHER(ETE) , B
EZi RS | R E LR
FIRARPRIFEESIER | AREZ(RH
ERIRRVERNER.
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7/

K

el

JE
St

5=]

UK commitments

7.1 AT ESHEEEELM AN FHEANENEFRNES | HEIUE XS
KEATTE

o0 RIEFE N mEERIEE

1 EFEWRIRSIMRAE , INEEEXH. KERYBASSHSTS |
INBEBHMENERNGIRAH - BREENMEXSLEEZR AR R K

2 REBSARMEMANEIR , FEREFFIREN—ARNEE. FKE.
XA ITIRREIRISIN,

3 EFINHSHIEMAIRS ARZERHTARN. RATRIAZR , HSRRS AR
EFRMEERSE , FEEIFWHXI AMNEFRIFNE,

4 RBERFEESTRE. M. THERERSHEESBEASN.

5 ESARALEMFINITRIE B EMEENREE | RIEREKRRE iafril
iaTr S VISERIRR AN,

6 WEERE (HEESIER MUIREEEFA ) IENASHRIZREL.
7 ANREIREFERNE | SFREEEPIEM.
8 FENBE S SHFAIERINFENmE.

== A FIFREL =R Wi

9 g SHEERFEZRS ( UK National Screening Committee ) &1 ,
EHEFrE B EFTNERFENBIENY BUEITRIR , E&EEEiHik
LI R ERZ P ROETEER.

10 REUEDE | HRETERIRNBEXUITIIUE | BBmXBRAYFERR
LAERIBXRAIERUKGTNIHEFIHEFRI D F2 A2,



UIREAT

11 SHEFWRANSEREIEIRL |, RRTE
FEMES TIRLIBRKEZSEEIREE
SREFER | GINA]BERIRIE LR A MERY
BRI RHRIZAYGRR) LE.

12 SNHSMEES/BEMENANZITS
EETW ATFNBEE T LRI A

- EEEET. ZHPE. KEFOME
RlmARFOZIE , BIIBESLEM. T5EH
BHUHYERE

- HIE— NS AR EE ARSI E
& | BEAREZIASEAT

- SIRRARBES] |, BEIE TS M2
- BT EBIIIERME LS X —HTE

- (FEREAZETUISTBETERA. If
R EF—IR Gk 5%

- BiEHEERANEREIER R |, 818
MEBE D FUHAI N FIREAIFEE | LA
HEEUKGTNIZBRERFST

13 IR EESAIREF L EE AT AR
AFOUTES,

14— AYRRLARIR SIS HNY |
EEHBERT |, SIHFARNARSEE

S/
121,

15 IREENET REITIRXIT RRRAIE
BME% , HhaE

- IEBRES S IRERS

- SENETY. PEEARXRAIEET WA RIR
BEENTRISTER

- R AR IR E BT 5275 A= I
PRBR

16 FFICD-119k R LIERA.

17 SREMEZES/EFF AOrphanet/Ri3 &
%, F# BRI Orphanet/miBF1&H 2.

18 {EHIRIEEINEN | STEIBRINHSEL
B, ARIERARERINE , BSER
RYATSeME | LA TIRMEE TR,

19 RESBIIEE | LISENARAREYE
MEBFERICRZIERIERR.

20 THEERFENENREIEERE .
21 EMEINHSIREZ BIAREFRRAE,

22 TFHERENEIEESERRR | o5
SRR BRYER R EFRFE W R .
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PR

23 Y EF NHRIIRS e, XEEE
REMRRYFIEIRIE "BA" PR,
BERAT REELUERTATEERER
FIREBE (IR EERERINEZRY
BRT) . BRFEBREEE

- AR EEEE— NES A
5

- WEIWmEE G BIHRFIEIRERN |
B EIEXS SRR EE

- TENEFIEEY  BRINFNESF
ROTIERTRARELRRTR

- IREREFERIIRE
24 B hER(RRE |, REERIRRPONIZ

- BRBRITIFEREINRIET THIIR
- BAEERYE |, MMRET—MERESE

- PR

- ARHEN LERIRARNTEARSS

- FEEIBA. ERRAFRRREES
5

- STFHAFIES]

- R SRR AR SIEA B 1Y
ESigzilUN

25 HRERHRRFP ORI Z BRIXREE
BHRIRH D EMSIRSISEE. AR
F. IVNFEARFFIEMRG | FHIIESCE.

26 BRI FIZTAIE VRS 1T
FFAESERIGRPOERRIAZMR

27 WRERHBRPOARINK TS RER
Mt EXm—R  FEZIERTPFRE
WIHEMESE , BIEEREE (SR T
ABLARELZE WAYERSS )

28 SEFRMAHFRAESIFRAREZERN
W, (ERPORATWSERERFI—ERD
, IBINBESHEW AT ZERHEER
1

29 seEFIELVERICREE R EXE
B CRABEMEmRITE | SRS
KIFNEFRARLL,

30 HHENZIMINZERFHRKRFEXRT
WERIER | BREERREATIER.

RHARMESS

31 MEREE P MBXAAFRE, BEREd
RIERARFLIFER , BRRMDTEXImARM
TS RESERIEIE.

32 HESHFKFE—MHEESTTREREFR
ELANFEE  ANEeFENRAIETRE
RUPIESTURHEN , BRE 2 AR
EARRFERMLESE —EFE S TURrEE
AIHkEL.

33 B AIRMSNA |, IBBATHEECS
RIS | (EfISIERME TARSEH—
MESHCHIFES .



34 AP MG Bm AT BECR KL
IBRAEMNRIRESS | A EESAIATR
REBIELRE. BRRSIMLREA
FHBERESINEHERIAR.

35 FMBEBRFRSSHETIM.

36 FHBEERIM XIFNSEERHARY
NHSHUEEZ B IETAK R R,

37 REREVEREIGFRAE PRI TS |
BIENENFEISLIESRIRL |, LURHtE
BERKEEXRLIEER.

38 SRR, WEEBI]. NHS flEZR
HERI ] —ERE T —E S5X\ kR IE LAY BT
IR,

39 BARET A RTINS SR NH
E—LEANEERIKFIIBERERE |
HES5XRKHIESITH.

40 HETIFRIGEFINARRSE , LUMETIIE
F. ZETWAEI RERIRFES IR
BPERIENHS ] , BROZJS T 485ERTIE.

41 EFF—NNFIE:

THMEEBRME | AT | 2
MEMBYRRE T EE (B0, BE T2
ERATHERTT ) RSRARTETE.

42 AR AN FFaE &R TS |
fhian

- SRR TASFFARIER — (SN (40
22000 MNEEHA9100-200 NERE )

- SNBFENE (BNEREBR2% )
- @ BERAENF

43 TFHE—IFS INERAINHSIZHR
12, XEEENIRREMERFESF  8F
EEHBRT | SHFHEHEHTEROSHE
ROlEAREMERZF 0.

44 TR IFNE B REIRMEENHS R T, M

E-RNFEEFFENZ N A ENER
M, BENKEI—RNFERNEETIFERE
RO TIHES R M &1,

45 SN ESERIENTTRF | FHRET
RIFH SRR WAV A B A R S 1F.

46 FTEAHARITRIER T | SHHTRGER
&, IaFRIFERER. HARARMITI 2B
RAROTETE.

47 MFFERmIBXTIFIBBEIER T PR
aaly LOMIEEmAt.

48 TENHS |, R G— M E R IRIER
R, SEECHEFOMERE IERAR.

49 SR EEMFRRBEF SRS
PEPSESUNES NG Dl B

50 RES5XRBAIFIZIBEXRTI ZERI3ZR
Rt HpesE

- BEREER

- TERSRHE

- BT REERR

- NHSERFERIE B

- BT (EZ , £ IT, i207)
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8.1 XWEHER (I&EZ ) f12DNA (ER4AE ) FIHRMRAERNERRIARE
o XBEHEHSIBHARFIERERR AT ATE A S AR ERNER | HiE
BB PERINARINAT Bk, XABIHIRET MEAR _ERZT Lz
ImBEEENR. EEERANREITNSBEEITFRENEFE
HaUPHE,

8.2 ATEEFEMRA. MEMNHIRERFEEMINABRIRESRIFL , WA
. PEMHSRSAR. RWREWVHESFSHRRERN. ERE
ELMZERGBNEERR , XROATLH | BAIESBENEERTE
B, BTN, HEEREXTWER NTCET . XISHENIIE R
RANAE AR E SR IBRIA T RIISLARAI AL,

SNk | =] o

Next steps

8.3 Xy EZRMISHIERLME2020F ZRISEI. A TIEMBR  FrE41T R
EHb I HEH = B SOhERITR , EP S RAMAET S ERBRIERIER
TohEEZREEE. AT, ERRNEHNERTRERERXETIBE#TE , LR
RSN EIEERAZ .

8.4 &ja , Iz ENREE I XYL R AT S ERS PRI FE w53
MHERSFMHREEZZNEMES AT DR, INRBATERFEIRLZFEN
s AR RYIE,



1 http://www.raredisease.org.uk/about-rarediseases.htm
2 htttp://www.eurordis.org/sites/default/files/publications/Fact_Sheet_RD.pdf

3http://webarchive.nationalarchives.gov-
.uk/20130107105354/http:/www.dh.gov.uk/en/Publicationsandstatistics/Publications/ AnnualReports/ DH
_113912

4 http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0]:C:2009:151:0007:0010:EN:PDF
5 https://www.gov.uk/government/uploads/system/uploads/attachment_data/file/215141/dh_132883.pdf

ohttp://webarchive.nationalarchives.gov-
.uk/20130107105354/http://www.dh.gov.uk/health/2012/11/response-rare-disease/

7https://www.gov.uk/government/uploads/system/uploads/attach-
ment_data/file/32457/11-1429-strategy-for-uk-life-sciences.pdf

8 http://www.scotland.gov.uk/Topics/Health/Policy/Quality-Strategy/routemap2020vision
9 http://www.scotland.gov.uk/Resource/Doc/311667/0098354.pdf

10 http://www.cso.scot.nhs.uk/Publications/research.pdf

11 http://www.wales.nhs.uk/sitesplus/documents/829/togetherforhealth.pdf

12 http://wales.gov.uk/topics/health/cmo/healthy/?lang=en

13 http://wales.gov.uk/topics/health/publicationhealth/reports/fairer/¢lang=en

14 http://www.dhsspsni.gov.uk/index/tyc.htm

15 http://www.orpha.net/consor/cgi-bin/index.php

16 http://apps.who.int/gb/ebwha/pdf_files/ WHA63/A63_R17-en.pdf

17 http://www.eurordis.org/publication/surveydelay-diagno-
sis-8-rare-diseaseseurope-%E2%80%98eurordiscare2%E2%80%99

18 Kostopoulou O, Delaney BC, Munro CW. Diagnostic difficulty and error in primary care—a systemat-
ic review. Family Practice (2008) 25(6): 400-413

19 https://www.ukpharmascan.org.uk/
20 http://ukgtn.nhs.uk/resources/testing-criteria/

21 Orphanet (http://www.orpha.net/consor/cgibin/index.php)is a freely accessible online rare disease
catalogue which includes clinical phenotype information. It is used as a rare diseases reference database in
Europe and beyond.

22 http://www.who.int/classifications/icd/revision/en/

23 http://ec.europa.eu/health/rare_diseases/docs/dec_expert_group_2013_en.pdf
24 http://www.ddduk.org/

25 http://www.human-phenotype-ontology.org/

26 http://www.connectingforhealth.nhs.uk/systemsandservices/data/uktc/snomed
27 http://www.rarebestpractices.eu/

28 http://www.invo.org.uk/

29 http://www.rcpch.ac.uk/bpsu

30 Clinical Trial of an Investigational Medicinal Product

31 http://www.bsgm.org.uk/genetics-healthcareresearch/nihr-uk-ra-
re-genetic-disease-researchconsortium-agreement/

32 http://www.humanvariomeproject.org/

33 http://rd-connect.eu/

34 http://www.europlanproject.eu/_newsite_986989/index.html
35 http://www.irdirc.org/?page_id=1035
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Chinese Organization for Rare Disorders(CORD), founded by China-Dolls Center for
Rare Disorders in June 2013, is a non-pr ofit organization specializing in fields of rare
diseases. CORD works to promote exchange and cooperation among rare disease
patients and organizations, medical specialists, pharmaceutical companies and govern-
mental agencies. It is committed to enhancing public understanding of rare diseases,-
improving patients' access to orphan drugs,fostering formulation of rare disease poli-

cies, and initiating international exchange and cooperation.
Type: Platform,advocacy & hub(PAH)

Slogan: Love is not rare, because of you.

« 20HEERFEInformation Platform
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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, social and governmental activities. Create and maintain a
Rare Disease Encyclopedia, a map for treatment, and a database with patient informa-

tion.



« FNEHLASTIFRare Disease Patient Orgnizations Support
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Incubate and support rare disease patient organizations,help them increase service
capacity,extend social impact,develop a supportive network for rare disease organiza-

tions, and promote inter-organizational communication.

Playing a pivotal role in nurturing patient organizations, with over 40 organizations
being supported every year, advancing these patient organizations to provide effective
services to patients and their families all around China.

o 5{£#&Public Education
B SR ERERBEXEINR |, IBEtS AR ERFEHAN T #., EfrE%A (
FE ) ESENERNERRE MO A mmEZ—.

Raise the awareness about rare diseases among the public;enhance public's under-

standing of rare disease patients;host and promote Rare Disease Day activities in China.
« BERIESFNEAZTPolicy Advocacy & Research
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Unite various stakeholders to advocate for rare disease legislation and related policies,
in both local and national lev el. Conduct research and sur vey of rare disease commu-

nities, orphan drugs and social policy.
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- - 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 FEARS RRUULEESES
EFr=00% B (FE): http://www.rarediseaseday.cn

" R L SHESRS - www.hanjianbing.org/rarebutreal

TSIEM : http://i.youku.com/cord2013
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