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1.1. FEZR

AiE 2017 FREBEEEERGIBH HERBNRMEEHEEARNER - F8R 2018 F£ 1 BT
ZBDERFISENNE  RERNISHTRE-SENIHRHNENTR - HEZR 4 BOBFRR S
BOR (FRME—) -

FZHNHRENREME - EZTHNERER=-ARVEE  MREER - EETENFAREE ~ MU
Rim ADELLRF LIRE - RHEBEHaMERES -

RRARE  FRAU—RINERAEENERERDSH @ FAREZENEINGE  LEZREE
FREBSNRESEERERSH - BN ARG ERESR - KMmREFET RN RS EY -

B 11 BRIDESRRMX M © I T IEENREERNZ S0% stE S REENMIBBILIEH © #
ARARHFEFRIFHNARESIENE - FELRNENEZBENEBREARNS - A LOET S
EMREAEFNERFK -

1.2. B

FREYNELHERRFRACIARNEAER - BREEREEMSRAR A ENEMZILH
B mEM TRANE ) RERANRRENEGNBEER - MNEREREREINIRBERHET
ZHBRESEE @ SERAZEHERGHTITERERNBEEN - REHREEEGREAE -

EFBETERRINEZET  EFEREESRASSFESHMARELINLE - REFENESRES
2 (DAC) EftHIS - BETHERZESEBMMNREERFELMARE - SLEEY)R W EIFH
AZEMET - EEELEERAGHEARER

EREERERT  HEXZESSEHRERNFE—RFAS - EREMEVSERZETR | BBEAESR
B EESE -
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EFPEHARZESLE SMA) » B THEREERNESHLEMERE (FAP) HWAZ - @ESRE
IBFTIRIMEE AN R - REERUBRREAEARINE - BISEREEFNNTREY - EBE
BRARREFTREZESENSHE

1 '3° s EF&EQH% d

ARERENTEHRUALBAABREESEYRM - RAREZERERENGHE  FREFRRE
MEREBEE  FFNHEEERERSE  R3IABFERNHH MM (idiopathic pulmonary
fibrosis) 12t " 4FEEAHM R 0XEE

RZETE, - BERELNEBRRIEMZNES - RRUBERNERZZAE > LA+ MNE
BRRERE BEEBENZEL BRI SBATH
EHERERES -

EEMEEERUNLRBEMZHRARZEHR
HRZETEl - BRAES - SREE  FFFAHEE
EHEREFHENRE  SLERANERE " KE
RZEM,  FHBUARABEREENBERBT &
RERBNEAENTRE - LETEI AR BHEN=EY
HEI At - FRENBELREZOAR  TEEIE
ERUUKIEREMEERERNRE RREBRE
B —E¥EE o

B 2018 FFERL EBSOZSREGBEMBBTEE
B EIRETFREWLRRE - BEREERTEFRFART - R 10 ARZEFZEMAENZMELE
LRl > AR 2019 F 1 BEEEBERERLE - AT —SMARBI I ESFR2MIHTES -
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EEomn ,ﬁ,l."““ It

EREHN

1.4. BE2RER

FRIAEEZARI - FREFZSRERITHRE @ BEtHERINSEERERBER  SBENE
ESEY  ARELATRAE—EERRBEFLS - BES—BZFEENS|IA - ZFREEBRTHRREN
BHRERLERE (FRMEZ) URERE  SRBEITHRRESFREFRERNEFNRES - £
B w8l - 521 AR BR - T3 - AMISINRGEESTRFRERENMERE - 7TEE/HE
RHE R EEEMBAME

1.5. (REAEFLLN) REHRES

L5t - FRESRERERMBOBMSEBZRAENZEZRREEBET (BERAEFNLMN) F-HE
FHRENEETE ; EREEREENREARTABZERRER

1.6. AEWHFR

RTETEESTHBERER  FEREFERAFTEPXABLHFHFEREEERS R - &7 '&EF
RERNISRERE | %K > 74 E 9 APEGAT =802 EENRES - WEAEFAHARE -
A EEREREMEEL AR - 8RR 2019 FEXFFHRESE -
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BRGBIRER  TFREENERBBENMERESINE  BRETREFRNEN NEREXF
A o] SHRE TSRS -

2.1. (F1%)

EFFERBTER (FR) NEFIHME - REFZBNZRERAEIFITE - TEEREM @ F2E
# - REENSIFAKOENISNED - RBEEFERNSIREEETIY -

2.2. 113 WRES

BERFRNBEZMEZT FHREFGEEMSCETARN RETELREIN BR T FREMS -
MEFESFAENRE  FEZITOMH  HELSNYR - BIERP LR - HE 2018 FKERS
B 3,000 A (MEFESET)

2.3. K815

FREFEESZBEHMAERE - N EENEHE - WRZEE - FRFRAR - FREERER - Hwe
WE e BR > BS - BRUEASERRNBBRE  FRCEFRBSERNENEM - BRINR
MERARHEREEA

2.4. ERANE

FEREF" AR AR BMAS - BEEERZEREEE (Rare Disease International ) EFEM&E
ERRGFEZZBER  WENSHERBERNSERHFENERERES | WRTE B~ T=XKM
T EBEKRNEFRREITRASHELRNER - RESEEFRREENEE -

FARAR  EimuiE
2018F2A253(MME)
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2.5. "£&EF1T

=F 'EREXEGRGE  EEFZREREFEFERREHNUERITNERE - R4 AHEGR
R LBFFERARULAEREENRESNREARLSESERAR - HEE®ER @ HEEFRK
AN 2R B AR —AIRESHI R -

2.6. TAESH R IR e

FRUEEFEMNEERR - ARFISEIEEMEREE - 2t/ NBETINRERE - TRFREM © 2
SEERRPIRRR DENEMNE - ERFASDEERBERITERRIRE - SMMESD FREERME
BERMERALTHRE -
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3.5. B E AN

ZFHER 2018 F 3 B¥IEEERERBERERARR - H
BIMVEZEARU T/IVENBRESERENRE - 8
HREABZSIES - 12 2018 & 12 BT "BRIEMA
FRILES - (B E 5 RS KENER ML &L
5 MEEETEREE AMEREENERER
JRERRETE -

4. ¥ 515 A%

4.1. AT

FBEF S ARKRREFEERFERKELEE (Rare Disease International ) 7
BB ARITHESE - MAENERNERAE - ZHEBESTRE

3. BE 1tk

HmeBURER X ERREFLA > HERREFREENRBEZ(FEHTE - FNVENENR - AR

i o

ZFEBRREF I RAENEMNEENREER LBHE "5t
EPEERFSIERE, B TRREREEIHE - i
ERRIERE L EREFETNNHMABERR - HERN
RIARFAEER - UMRAMABREL - §TEENS
TIHERG o tMELERNBEDTRT - TERAMNFRE
R RRABAREERRECE  WETARNEE - YU
RoaEvE - AHMSENIE-

3.2. A2 TEH - DS TEERAMN - ERE MRS MR RAERAHEAS
FETEERR °
ZFER 2017 FREHEBHNEHEERERMABAGMIED - EFEESBNRGOARREETE -
B NEMNGE MR EMERZ B IVESENETRAGMEE - EEETRETERMWESIEMNIIE -
4.2. TATE
3.3. EFIEA FAREE 10 BRRRAFMHHETAZHEBRE (Asia
Pacific Alliance of Rare Disease Organizations) & ' HER
FEREEHEBRATHENEN S S - EEEFHE FREREEEEAMEFRERERNRE - WG KEES
XHEEZRSHEBESHE (BEABIN LX) SENE {E4B%S ( Asia Pacific Economic Cooperation ) Fhiiz KHIIEZERH

Al - IiERE (M) NVBERLHER TRARA , #IERA TENRTEEMIAB(ELLE -

3.4. BERE

SRR R RS R B IERE (Familial Amyloidotic Polyneuropathy ; FAP ) HZEY)EEEE ft -
A2 ERHMENE L - [INGR FAP BE N IREEE L= RMAEEHE - 3R 11 B 24 BT TFAP
RRRRE , @ BRSENBERERRNRE - REHE  BITaRARESE  TaRRAREEETE
FIZEYIE BN RTEIM BRI AR - ME A BB - B - FImEARA RS FIER

HESRENFERAR:

10q.26.2 fRIFE(REE

18921.2 x 3 fiEf&EF

22g11.2 Distal Deletion Syndrome

22q13.33 FRECIEIREE

BEEE T ZAE Achondroplasia

EimAEAAE Acromegaly

RELRSAE Angelman Syndrome

MEEEZ Antibody Insulin

BETRMEM Aplastic Anemia

10 SERMZHEMEAEIEGEAE Arthrogryposis Multiplex Congentia
11 FEHEIMREBMAE(REE Atypical Hemolytic Uremic Syndrome
12 BEZE4EFCHE Behcet's Disease

13 ORI ERIE(REE Burning Mouth Syndrome

14 CFC #£&1E Cardiofaciocutaneous Syndrome

15 HBFBAAZESEIEE Charcot Marie Tooth Neuropathy

16 BRBEREERASE 12 BHF COL12A1

17 %RMESHER Congenital Glaucoma

18 TTHHEREKEMEERRRAE Costello Syndrome

19 %m52%E CRI DU CHAT Syndrome

20 SE[EECHEE Crohn's Disease

VOONOUTA WN = 'H?]

BT BB 2 Hong Kong Alliance for Rare Diseases

CTNNB1 fEfxE
DDx3x E[X|Ze4E
DNM1 B e

2018 2753k Annual Report 6




24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
61
62
63
64
65
66
67
68
69
70
71
72
73
74
75
76
77
78
79
80
81
82
83
84
85

BE;AAE(®EE DiGeorge Syndrome

HEEKANPEET RAE Duchenne Muscular Dystrophy
SEEEBE T AR Ectodermal Dysplasia

iEfaIREGHE Fabry Disease

EE R EYAN 2 & R RAE Facioscapulohumeral Muscular Dystrophy
KRR MR 15 2 B M 455 & Familial Amyloidotic Polyneuropathy
EITEMPIBLIE Fibrodysplasia Ossificans Progressiva

GRIN1 Glutamate Receptor, lonotropic, N-Methyl D-Aspartate 1
FFEEfETEAESE— B! Gylcogen Storage Disease Type1

A MM FRSEEAE Hemolytic-Uremic Syndrome

S TEERAE Huntington's Disease

RS KLRAIE Kallmann Syndrome

KCNQ2

Hifs B ECiE Kennedy Disease

SR MEF IR B IR A AEI%E# Klippel-Trénaunay Syndrome

BAS i E Hr4H S 4 BRI A fE Langerhans Cell Histiocytosis

18 #EFRE Maple Syrup Urine Disease

BEE} MR8 Medulloblastoma

4RHIBE%" Mitochondrial Disease

EENHAE4I R E Motor Neuron Diseases

FhZEERE Mucopolysaccharidoses

ZHMBEERBES TR Multiple Epiphyseal Dysplasia

fE T EFEEE BT A ZF Multiple Pituitary Hormome Deficiency Anterior Pituitary Hypoplasia
ZEMBE(LIE Multiple Sclerosis

AAEE TR RAE Muscular Dystrophy

EAEANLE HAE Myasthenia Gravis

IRAREEAL A% E Nemaline Myopathy

S #ETE Neurofibromatosis

R EFER Neuromyelitis Optica

LR FCHE{&EE Noonan Syndrome

R B% MR R M FRAE Paroxysmal Nocturnal Hemoglobinuria

E S AEREF Peutz Jegher

A BFERAE Phenylketonuria

BEBCIE / FTEEETERESE —EY Pompe Disease

INBEBRLRUGE Prader Willi Syndrome

[RE$M R IEHRBE Primary Immunodeficiency
EITHRMERREYE BB TR Progressive Pseudorheumatoid Dysplasia
& B UFERE Pulmonary Alveolar Proteinosis

Fh#ENARS MM/EE Pulmonary Arterial Hypertension

RABEEEFE Retinitis Pigmentosa

FTASFECAE Rett Syndrome

E4ANA%E Rhabdomyosarcoma

HREpAfREE TR Rod-Cone Dystrophy

EE B4R S fiE Rubinstein—-Taybi Syndrome

7B - THFBECAE Russell Silver Syndrome

Schaaf-Yang Syndrome

SCNS8A

BEEAAZE4EAE Spinal Muscular Atrophy

INISZE4RAE Spinocerebellar Atrophy

Supernumerary Chromosome 8

SRKIE Takayasu's Arteritis

4EENHERR{BAE Tuberous Sclerosis Complex
REBERLESIE Usher Syndrome

ZEREEMEEEIRA Posterior uveitis/Panuveitis

P B AN M i 489 & Visceral Myopathy & Visceral Neuropathy
BEAEKEREE Warrdenburg syndrome

B EIREE West syndrome

BB ECE(REE Williams Syndrome

BB ECAE Wilson's Disease

Wolfram JE{&REF

X- EHBAERKERME X-linked Agammagluolinmia
X & g M/ R AME X-linked Thrombocytopenia

7  FHBZEREHEESE Hong Kong Alliance for Rare Diseases

2R C BETRE (BE  RARERIE) -
ABEIBR : HREETLE (BEXA - HISKEE) -
SMZREIER : MEIRISE (BERA @ BAKHE) -
RGMWE | BAERLT (BERA - FREGEA)
FIFE]E  RER%E (FBE BRIFEE)-

* IR AkiE
=EfKZ L (BE @ BHRRER);
=R (MRAT ) ;
RRISRIR L (BT ) ;
BRiRBSEE (B8R ;

BENSEBE (RREBMEE);
BRREE (BERA » #IKEL) ;
MESEE (BE - wREE) ;
MR E L (BERA > EmKE);
BRRLL (BERA #TI)-

BRISAREUR ;
BB SRET
AP RIEEEE ;

BEXRELE (BHRREME)
BREFHTANVE (1TILERE) -

15 /A\FAEER Ernest & Donald Marketing Communications Limited ;
WEERERETL ;

Maggie Oriental XFFEEFE ;

BN RESR

BEAARRERSE

HERFE - BEAL B ABBMBREEETE
RIEREALEEEBETE
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1. TRREMERHEILE 2017 F 10 ARRPVEBRREPRE - "EERBNREIHAZESIHAEDRK
AEBDERT > MFERARSRBERRESSEMMERMNENES - BEERBR 2018 FLFF
SRR IR HNELR - |

2. ORFEEIESR EEFERARBE (THE 28, ) R 2017 F+AMRAZEIERSIRE T =@
B 1€ 2017 F£10 HpE 12 Ath - EHEMEHAT BEAE - RARR - &8RS - BRER - &K
ENAEESZEFHHERBEERESMRMNE BN TEZEE - BRATAREMNSRMEE -
ZEBR 2017 FERER (BREEMBAREESERS — "E=ER2H, NISHFE) ~ UK 2018 F
1 B 13 HEMAE  KPERSHRPENE—SEE -

EERBMFERESE  BEEUNMESAKMNEERNER L FHRRIEMERLR  BERYA
BER - BiREERBULFMERNBEREREEESR @ RIIEFeHEROEELTHOBRENES
DEWE

3. B% © #IFIEE R ERFILARR A THZLEE -

$— WAME - MAESRNEETR BEZEMNERISEIMBRANBERT - ARSIEEN
ok - TRNBRNEMZERTITABHERRE - SEMREAYRE

F EEST MRIREEERIERS  ASUPEZRRIEEE -

F= SR FMEEZREERAEBEPNDTR @ BTrRNBHRENSENTEENERER
ERRE -

4. ZENEEFLE  ERRBRRTHEZEE 'E0ERRABEEREERENEY) (2FEANAETER
RRHIEEY) ) | MAESR (BIFRE "SEEREH . ) HRENES - JBAMBERNE - MEHEA
DELLREZMMETHNREE - MR ENBOUALBESEEROVEE @ 82 "E=BLEH, -

5. HEMS - ZRERN "E=EREM, K
RADERE - KEWADERE + REUIAEENEE
KEWADETE = (SARERIA - SARTHIREIER ) x 12 x Z1ELER
KEEAEESESR = (UHEE - clHlEERE ) x DELLR

9  FBEREEEYE Hong Kong Alliance for Rare Diseases

6. HMEBBUERZORERIEEMN - EXZORKENMER : Fim 21 BB AREEBMARGE 21
AT (WME) -

7. BREEHERENEUNREREMN  EFAEERBZNBUBEAREEMPGRRIERTE - 7
FIHBERELE - HERAURAEUEHREARNE - MEH+FaEIINEER AR EE
BHFEEE -

8. HARIMEERHAEN WD Mo EPFEEEUMEAARIREERAREM - BATBRARTE
FRiE - TREARREIWREMNAZBNNERRF  BEERFEF—RKBRLRE - HEMS © EX
FABFWARNFSE—K > BMERFOLISEEEERNAEZHHE L —KNEME - BERBEAFHHFRZER
BEENEESENEERZMCE - RUERELRAENFIERENAZAMMESEXHETEEES
HRIEMAH - EES|BAHTRE - —EFRALTNHTHRS  FEREZRNERZRE © UE
ARBMNFHEBSER  HUREREMEASHIGE -

9. HMAR  WRELFKRESUAEASEERN - SERTSEFBRNRE - BUSEBE—FF N
TREUANERE - BEERBERNER "E=BRE2A, -

10. BEMEZUETZORERTEEMNIERZ ¢

(1) &Fim 21 ERAL > EBUE ~ &8 - 48 - XEESHENAERENE IR - RERIIRENE
G AR -

(2) BERBUELHESEEENTR - BREERARMERE -
) £8 (HEER ) TRERENHENRE - FEEEFRETENE -

<

1. SBXREZKA -
ZEMAEBESIRTHGE !

FamEh « R - BEIUETEELESHEHNA @ 815 : HE B4 - EB8RE M - BT - MR-
HIEEW - 23 - EYinSE

HAWA - 815 : BAE - HEWA - BEE - RERATBENFR BB BAREHOEHRE
BEEES

FERNITHEBRFEHNETERER (10 : SRIMFRRZBENTE - BIAKEED) « 2HENEETE
AR - NEESREN - BREEEM -  REEFERM - AR ) NEZSESREIBRREHR
HORES - BABHINAREARLA -

12. BB ANAIER -
HREREMZTIEARB SRz - 84F :
(1) FAEEIRIGHR ;
(2) MABREMRNEEE ;
(3) Z=8i /1th78 ;
(4) DIEE SBTEE / BATHITH B BE BRI A H thEE B RERETEIAER ;
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13.

14.

(5) FHiEM ;

(6) FRFAEXZE ;

(7) 21 BATHFRMREBEASE ~ DEFUTRBINEE ;
(8) BEERAFTEHRERE LA EHMEEMY ;

(9) =B/

(10) IZIMFIRHIIRE ;

(1) WA LER R - BREMSBEEED

(12) REM S ESHNEANRRHE ;

(B &ELuER /ZnENERER (CERBINZESN AFESEEERENRBEMNENE
RAXNEFEERNEERY) )

EAEA%HE

AS (BREBAEAR)
1 A 6150

2 A\ 10740

3 A\ 15290

4 A\ 19820

5 A 26380

6 A 24750

7 ABAE 27600

DELLER -

ZREFRMATEFELERE  AEVERETFRERMABERENZMNEREMER - &
REMENEER - FIRADELERZRRRE - BES -

1ZE3F-10%;
AFESEFE-8%;
6E8F-5%;
9F10FE-2%;
10 FUE-0% -

KEIEAEESEENE

oHHEEE -
FATERANFKERETHEHAIOES - FEATEUINEEAEE © Fla0 :
(1) IRE ;

(2) BBEUTRAEENFEFRBBELZER
(3) —HBENERIESE
4) BE - B MHEMGEIREE ;
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(5) BERIEEEME (Hlantith - B4 - HBRREEF) ;

(6) SHRIRERITEMMMNRE (WMGEEBNRMETE - ASFRBEVAF ; BARRBHESEERF
AIEER) R

(7) ELfth o] IR B ELH AT EENYA -

15. aJHliAEA R ©
(M BEYE X
(2) FREEMRIIFEEEEY 1,000 ETHEEE -

BE (2) RERBIRHEET N DERERBEIWR - ERRRARESIR R —LEE  ARBET
TREBYRANEEZS - ERTEEFEMMNREERER - FERENNEEEESHRENTHR
FAGR#E °

16. BHELLER -
REFHEAINERSFOHREK (INEEEOHRER - RO HBYERHME) NEETFFI9H -

SEEEOHRERMBEEHEENFREREES  WRERKABIEEENRAEEEREIIE—ENS
HENTHREESER ERAEEMLARERZY - RRABETFFIHEEH TR > BRFELZEAE
RE o

SEL EUE "REWRAZEE, NEtED  EXARENBANFEERR - EEBREBMMNEE
EEEELESR  TERRESMETRZSEENR AT HESNIER  MATHOMNETES
BEXEREARE -

17. EARREENNT 'F=BR2H0, FTEEZEATHEE -

(1) "SE=EREH , MEREE - IFEIFRE TEREREY , NER - RPIZRERMIIRERFEH XY -
BB -
(2) EEBEREER  ERERT " ARRS, - EBHEEFNLER  BE—RREYAA "E=

BZEH, REBREREETRE - HABEREFMBERARFIZRENE  SEERERTHRAE
e - (FHRREHAENRHE -

(3) RMMERE - LEMAR—ERENBENTH - EYRZRRITRIISEIABEREYRMN
EREYEERZEYER > F2ERBMBEREZA - ALLERERIL " BHEWME , 1iE5]

M) BR "E=EREHM, & FEGZERTREEGHNEREE HETE - RERENRAR
HESHERNXZE - EhEERRRERNEERMEEHRE -
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BEEERABENE (THE "8, ) IR 2014 £ 12 B - 22 EEERBENZERAFRATNREHEMN -
TR BFEASERBEGNRALS - EEBEENE - LEEENEFRBERTERS - RAGETRHEER
RRNRHEREENZR  SERBENER tB8%E - 85 - £ESFIHEEENEHEMREHR—
BRFEIGEMRE -

BE—F  FREAFREEEADISIEERZET - ETHRRERBBET @ HEANREREEMSEGER
AMEL "B, - TSEME ) FWHERE - RATEENZEHREEFNNE - BRRBANRER
EIZZEMR -

FHAB 2015 Fi - SFHRTHRRERBREMNTREERERERE @ RAFRBFNHFEK - EATKS
BRESNHARILRE - SEFHBRABHARREREEZNFTZERTHEMNBERBNEE - ERBE
BEERE=AFREHE

1.
2.

. FEEH

EiIER
B2

HMEFEEE R AN BRI B EERRE A TERR

9

" AL ) R

4.
5. EimA#&i
6.
7
8

i PREF ST

. (EsREE
. BiEEE

RS

10, EXIEH)
1. BREusR)

FIEFAINT » BERFRIENEIRE -

13

fEIERR

R EEANMZER KRiE 7,000 & - BHINESHREANBIRBHIZFER - TABRETEAERE
FEER  —mHNRAEENT 1 EAPIRI0AEZEE1BEARIR TN BRERFR - KE 1983
FEIUN (MRZEME)  E—ERRTZEIR 20 BA - BREFR  BNNEREREE 1 BATD
DRSS A - ERAEMHREFEABNRE - B8 10 BARDR 65 A - SENFERATENRE 1
BARDPRTA-

2018 5 B EXRFAERRESSFAEITMIBMSHIET (F—HERHBER) R 121 BERKR
EUNBERKRER - RAZRKRESBKTLEEZRAREERRER DS - MIFER - Hig
ERG (ZRABEHEITERR) - EPENRESMABZNZERKRRHIE T HEAGRE -
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BTHR HEEEEEAN_TZEKEEBMENN D KNKEHES (E4H M (Asia Pacific Economic
Cooperation) iR S 11 BRZXBEREAFHITENF S » IFREEAMESBBAFIERERER & Wk
BEBAEBEANSLTROEARFEREEGEHNEZRERRE -

2018 8 F ' BEEAEBBEMAERE RMAMERBIBREIFREATI (Orphanet Journal of Rare
Diseases) R (RMF—) - BB 12 F (2005 = 2016 F ) REEAL I ERERRFEH
FREEHE - MRBIR - FEE 67/ AEF 1 ABBEREKR  GAEBAOMN 1.5% - 1RIE 2015 F
2016 FEEEFNERERS - FREEG 375 REPH 165 B14.26% -

BELBEW REEERENAHEERR AM—BEREEIFRER BESAER - 288
AREER ? SERERFETROENFRARE - Bi0EaER A BBHLZELHRI TR tERNE
RER  BATFEENTIE -

EiFERES @ AR =S EsRA BN ¢
s BILERAE  HRAFTREEINNEEIR ;

o RERRLY  BLERRE
* ERFRA SEMIRERR -

BIE2H

NREFERBEESERRERE - KT —EER - FLEEERRTFULLERS - TEFREEERE
ERRESZE TR NEPIAZT FIEREH -

BEEERMNENSERERI T ESEREREAE 27 LHERNAESHELESRT © 858
EIANT  BERERKRESHER - iR BRIINER -
AMEREEEALHBERBGRHENEREER - ESHARIIERESHR - GIMBEHREE « &
fREEE - BEEFHEMMSFSE - AMERREFEFTHE—HMEKRESHET - WRIHA R ERRIRRIIRAR -
B EERRFS R AT CTREAIEIB M AR EZNFR -

BRT ANEIRS - wAlSBSMIERESRENERLER - BRFDPBZFERADFTEEHLE - TR
R ERIR{EBRAER - ERMERS © MIERIABESEH -

IMFERBARIMREZRE - ARG NEEGRRSBVNGEHEHERE - G RMARBESHIK
ity - ERERHEBEE - SKFHRE - LR T AP SitEERASE) - REATRICIRE -

SRR R RIS - SR
- EBEREESRURREGENANER  BHDETARERNREEER ;

s BuEmEmRIRROBAIER » LATERERRN - IR I G IIERER - BERERE
HEEaE;

* MEFXERERLRHE  FRXEBBMERETERRERHGE ;
* BIUREFRREGHANE ARFEREGRFZENTERHEMMNEHE -
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FEEN

FEREYNEHERRES R ANEINSRENEAER - EREEREEMERAR A ENEYE
HEHIRE - N EML TR ES ) ZRERANRRNEGNBESER - UIRBERERERBONRBENH
BAZHWERSE @ SFERAEGHTRGRE TRRBABEEN - RELREERFEFOGE -

FIBEF—EMN "HASEEFENGER ) FRHEQ - BAOHERASMEEYEL - AMRKF 2R
REFRNTREAREYAR - REGREZFHEUINNER - EERBETCEH RS ENZEY
EHHFFEERLEZR -

MEEEHHIE - FREE -

o EEmFEEUME  MEKHEERE 'EEZEEET ) DAC) FEHER - HEERBmRRER
NER/MVETEFREY)  MBEANESHRRERZELZRE @ MRSBIIERE ;

° BERAHSBARZSESIERE  StMREBRERTEZINNEE @ flNEENREENES
BE A8 2SHSZHE
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The Hong Kong Alliance for Rare Diseases (hereinafter “HKARD"), established in December 2014, is
the first patients’ group in Hong Kong comprising cross-rare disease patients and their families with
the support of experts and academics in the field. Its objectives are to spearhead and improve related
policies and services, promote public education on rare diseases, and strengthen the community’s
support for patients, in order to ensure respect and protection for patients in terms of such fundamental
rights as healthcare, social support, education, and daily needs equal to other citizens.

Rare disease-related issues have received community-wide attention over the past year. Since the
Chief Executive personally took up the matter, progress has been made in the provision of drugs and
treatment for individual rare disease cases. However, such passive responses aiming to make “special
arrangements” or to “patch things up afterwards” are still ineffective to fully address the challenge of
rare diseases while overall strategy and long-term planning remain lacklustre.

Since 2015 HKARD has written submissions for the Policy Address consultation to put forward rare
disease patients’ demands, but has yet to receive any response regarding most of our recommendations.
This year, apart from reflecting yet again the gap between patients’ needs on the one hand and existing
systems and policies on the other hand, we urge the Government to give priority to the following three
rare disease-related issues:

1. Establishment of Official Definition of Rare Diseases
2. Genetic Diagnosis
3. Approval for Rare Disease Drugs

With regard to healthcare and social support for rare diseases, we appeal for urgent action in the
following areas:

People-centred Care

Development of Patient Registry

Clinical Research

Case Managers

Transitional Care

. Respite Services

0. Comprehensive Social Security Assistance (CSSA) Scheme
1. Employment Assistance

=20 oNOo U A

Details of our requests are furnished below. We hope the Government will listen and respond to us.

19  FBZE BEHEESE Hong Kong Alliance for Rare Diseases

Establishment of Official Definition of Rare Diseases

There are over 7,000 known rare diseases in the world. According to the data compiled by the
Legislative Council Secretariat’s Research Office and international journals, different countries have
different definitions of rare diseases. The general yardstick is that a disease is defined as rare if
the number of patients ranges from fewer than 10 in 10,000 persons to fewer than one in 10,000
persons. In accordance with the Orphan Drug Act of 1983 in the US, a rare disease affects fewer
than one in 200,000 persons while in Europe, a disease is defined as rare when it affects fewer than
five in 10,000 persons. Similar to World Health Organization’s definition, a rare disease in Brazil
affects fewer than 65 in 100,000 persons while it is fewer than one in 10,000 persons in Taiwan.

In May 2018, the National Health Commission, in conjunction with four other government
departments, developed the “The First Batch of Rare Disease List”, including 121 types of rare
diseases with a view to gearing up for enhanced management, diagnosis and treatment of such
diseases, and for better protection of the health interests of patients. Subsequently “Guidelines
for Rare Disease List” was subsequently issued, in which four criteria are set for rare diseases
incorporated into the List.

It has been reported that in November 2018, the Asia Pacific Economic Cooperation, which
comprises over 20 economies including Hong Kong, will submit its first action plan on rare diseases.
The aim is to call on governments in the region to formally address rare diseases and join hands
with stakeholders including patient groups to draw up and implement a comprehensive national
rare disease programme.

In August 2018, a medical research team of The University of Hong Kong (HKU) published for
the first time a paper on rare disease data in the international journal Orphanet Journal of Rare
Diseases, analysing data of rare disease patients using in-patient service at public hospitals from
2005 to 2016 (see Appendix 1). As shown by the research findings, rare diseases affected one in
67 persons in Hong Kong, representing 1.5% of the local population. Of the Hospital Authority’s
expenditure totalling $37.5 billion in 2015-16, rare disease patients accounted for $1.6 billion (or
4.26%).

Given the prosperity of Hong Kong and its reputedly well-established public healthcare system,
it boggles the mind why the issue of an official definition of rare diseases has been skirted. How
can there be a policy in the absence of a definition? If the current SAR administration is truly
determined to address the challenge of rare diseases, it should immediately consult with such
stakeholders as patient groups to devise a definition of rare diseases suitable for the local situation.

Three ways the community will benefit from the establishment of an official rare disease definition:

® optimization of resource allocation to offer appropriate treatment options to patients;
e precise healthcare matching to minimize waste of resources;

* greater awareness of rare diseases to foster community spirit.
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Genetic Diagnosis

80% of rare diseases are related to genetic defects. Owing to a serious shortage of genetic
diagnostic and testing professionals as well as hardware and software, it may take up to 10 years or
more for some patients to get a definite diagnosis.

It has been reported that the Hong Kong College of Paediatricians will launch a genetics
and genomics service and, under the leadership of seasoned clinical geneticists, will nurture
professionals to build a team of clinical geneticists.

However, as the primary public healthcare service provider in Hong Kong, the Hospital Authority
has yet to establish genetics and genomics ranks, such as consultant, resident, genetic counsellor,
etc. Even if a group of expert clinical geneticists will be available after training in a few years,
without relevant job openings, it will still be unlikely to significantly increase genetic diagnostic
services to meet patients’ needs.

Apart from human capital, equal emphasis should be given to the provision of testing equipment
and laboratories. Delays in diagnosis and failure to seize the golden opportunity for treatment can
indeed be put down to inadequate manpower and facilities, leading to long waits for test results.

In recent years, with a quantum leap forward in genetic testing technology, mainland China
has achieved significant breakthroughs in the design and production of screening equipment.
Integrating cloud and big-data technologies, it has become possible to provide high-level testing
services at reasonable costs on the mainland, prompting many testing organizations in Hong Kong
to offer affordable services.

HKARD would like to make the following suggestions in regard to the current situation and long-
term needs of Hong Kong:

* The Hospital Authority should establish clinical genetics and genomics ranks to address unmet
demands for rare disease diagnosis and treatment;

* Through public-private collaboration, the Hospital Authority should bear the costs of
commissioning testing by local or foreign testing organizations to shorten waiting time for test
results;

* To strengthen public education on rare diseases and encourage parents to arrange genetic
screening of their newborn babies for rare diseases;

e To set up comprehensive genetic counselling services for rare diseases to offer information and
assistance to families affected by rare genetic diseases.
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Approval for Rare Disease Drugs

Currently the drug approval system is a major obstacle to treatment for rare disease patients.
Under the Hospital Authority, the system involves complex and time-consuming processes which
go against people-centred principles. Coupled with a “cost-effectiveness over patients” mindset
and disregard for the fact that rare disease cases are sporadic by nature and data of long-term
treatment effects for rare diseases is limited, this has made the approval process for rare disease
drugs even less likely to be efficiently completed. These are the formidable hurdles to timely
treatment for rare disease patients.

Moreover, the Hospital Authority has been using “conflict of interest inherent in patient
participation” as an excuse to prevent patients from participating in the drug approval process.
However, many patients have developed an adequate understanding of drug information, which
provides hard evidence in addition to clinical assessment of drug efficacy. In other countries, such
data has already been given due attention and consideration during the approval process.

HKARD would like to make the following suggestions in regard to the drug approval system for
rare diseases:

e To introduce an additional mechanism for approval of rare disease drugs. Instead of going
through such process as the Drug Advisory Committee under the Hospital Authority, it will be
advisable to put a panel of experts with relevant clinical experience in charge, giving overriding
consideration to the lives and health of patients so as to expedite the approval process.

e To invite representatives from patient groups to participate in the approval process so that,
in addition to assessment by medical experts, they can provide evidence through data, for
instance, life quality of patients and carers, mood changes, and social participation;

* To explain in detail to patients and patient groups the decisions and rationales of the approval
panel and follow-up options.

People-centred Care

Seriously ill rare disease patients call for attentive care. Since they include long-term patients in
public hospitals, this will put extra pressure on front-line healthcare personnel, making attentive
care a particularly “daunting task” when hospital wards are understaffed.

Carers understand better patients’ daily habits, likes and dislikes, or even the outbreak signs and
should be able to share the burden of front-line personnel. However, their role is greatly diminished
by limited visiting hours, effectively putting more pressure on healthcare personnel.

HKARD would like to make the following suggestions:

e To increase flexibility of hospital-ward visiting arrangements by allowing rare disease carers to
stay longer in wards through an identification or registration procedure.

* To provide sleep-in rooms or sleep-in arrangements for rare disease carers. Such a people-
centred approach will be beneficial to the level of care and the health of patients and carers by
keeping their relationships close.
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Development of Patient Registry

Since excellence in healthcare and diagnosis depends on accurate means of recording genetic
information and the rate of disease outbreak, developing a patient registry is essential to handling
rare diseases. An integrated and comprehensive patient registry collating pertinent experiences
in rare disease diagnosis and treatment constitute a crucial part of standard public health policy. A
patient registry is also conducive to clinical tests and other patient-related studies, bringing long-
term improvements to clinical and patient conditions.

HKARD would like to make the following suggestions in regard to long-term planning and optimal
resource allocation:

* To roll out a patient registry pilot scheme on a selection of rare diseases led by Hong Kong
Children’s Hospital in coordination with the two medical faculties respectively operated by HKU
and The Chinese University of Hong Kong as well as various hospitals. Also, to devise a long-
term approach for prevention and treatment of rare diseases via big data.

* To progressively develop a comprehensive rare disease patient registry by making effective use
of the electronic health record (eHR) sharing platform.

Clinical Research

The Government has made available funds, e.g. Health and Medical Research Fund, in support of
medical research. However, such efforts have proved ineffective at meeting local clinical research
needs of rare diseases as the case and data requirements are the same as those for common
diseases.

As a result of the implementation of an assistance programme to provide eligible patients with
subsidies for the purchase of ultra-expensive drugs (including those for treating uncommon
diseases) and other similar measures, both the types and cases of drugs used in Hong Kong are
expected to increase. The clinical data gathered in the process will be most valuable to further
study by the medical profession and conducive to enhancing understanding of rare diseases and
rare disease drugs in academia.

HKARD would like to make the following suggestions in regard to clinical research:

* To provide earmarked funding for rare disease clinical research and strive to position Hong
Kong as a R & D testing ground for rare disease drugs. This will facilitate clinical tests of rare
disease drugs by the two university faculties of medicine and development of evidence-based
clinical data in Hong Kong.

* To collate medication data of local patients taking rare disease drugs for in-depth research and
analysis in addition to listing high-efficacy drugs as special drugs in the Drug Formulary.
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Case Managers

Rare disease patients require all kinds of social support when it comes to medical consultation,
follow-up consultation, rehabilitation, and other daily needs. All the complex procedures and
sequences are the cross to bear for patients and their families. They are likely to go back and forth
between at least several if not a dozen specialists at the hospital.

HKARD would like to make the following suggestions in regard to “Rare disease Patient Whole-
person Case Managers”:

* To pilot and promote in stages a “Rare disease Patient Whole-person Case Manager” service
to take care of patients’ whole-person support needs (for adults and children alike) in terms of
healthcare, follow-up consultation, rehabilitation, schooling, employment, marriage, community
life, and mental health, and to produce relevant guidelines for proper implementation by front-
line Case Managers.

* The main responsibilities of Rare disease Patient Whole-person Case Manager are: evaluating
the medical and social support needs of patients and their families; arranging and coordinating
various interdepartmental and cross-professional social support services; following up on
and reviewing service results; and making service adjustments in line with changing needs of
patients.

In September 2016, the Social Welfare Department launched the Handbook on Case Management
Service. HKARD suggests that the Government should use this as a blueprint and, after optimizing
it based on patients’ needs, pilot the proposed “Rare disease Patient Whole-person Case Manager”
service as soon as possible. HKARD should be glad to provide further information and specific
suggestions in this respect.

Transitional Care

Many rare disease patients first received treatment in their childhood by paediatricians. Once
they reach the age of 21, they often find themselves transferred to adult wards or referred to
other specialists for follow-up consultation. In general, doctors in adult wards have difficulty in
treating rare disease patients since they have less exposure to rare disease cases and therefore lack
experience in treating these patients.

In view of the above phenomenon, some paediatricians are deterred from referring the their
patients to other specialists. As a result, more and more “overage patients” are in their care, which
creates a heavy workload for them. This is yet another example of how rare disease patients are
shortchanged under the present healthcare system.

HKARD would like to make the following suggestions in regard to transitional care:

* To attach more importance to transitional care. Ensure smooth transition of care by facilitating
communication between paediatricians experienced in treating rare diseases and doctors in
adult wards, so that transitional issues will not cause patients to be denied proper care.

e To familiarize front-line doctors with rare diseases through training. Establish more medical
ranks to attract healthcare professionals with a view to meeting the needs of rare disease
patients on a long-term basis.
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Respite Services

Young patients with physical or mental disabilities resulting from rare diseases are usually referred
to special schools, which do not always provide hostel accommodation. After leaving the schools,
typically they have to wait around six years before being admitted to residential care homes for
persons with disabilities. Owing to their own work shifts, travel plans or even hospitalization due
to illness, parents or carers may not be on hand to attend to rare disease patients’ daily needs at
home all the time.

The home-care service launched by the Social Welfare Department in recent years serves to address
the needs of rare disease patients’ carers to a degree. Still the service falls short in a number of
ways. For example, it is necessary to book one month in advance, daily service hours are limited
to 8 a.m. to 6 p.m., and home workers are not in a position to help rare disease patients with
emergency situations, etc. These are some of the areas that remain to be optimized.

HKARD would like to make the following suggestions in regard to home respite services:

* In addition to general appointments, introduce contingency appointments for respite services
at short notice to take the place of carers in case of emergency.

* To provide round-the-clock services seven days a week to ease the burden of parents and carers
who are unavailable to help at night or during holidays.

e To improve carers’ emergency handling skills, e.g. the ability to administer first aid to a patient
suffering muscle spasms and shortness of breath before ambulance arrival.

Comprehensive Social Security Assistance (CSSA) Scheme

Apart from expenses for basic needs, long-term medical equipment and life-support medical
equipment — which easily cost thousands or even tens of thousands of dollars per month — form
another economic burden around patients’ necks. This is often the last straw that leaves patients
no choice but to apply for CSSA, causing them to rely on the safety net to offset their life-saving
expenses.

Under the present requirements of the CSSA Scheme, not only must patients submit their
applications on a family basis, all the immediate family members living together are also subject
to an asset test, and receive payments in accordance with the CSSA Scheme provisions. In other
words, patients cannot apply for the Scheme individually and family members living together are
discouraged from working because of the income limit. While seriously affecting family income, this
will put the social welfare expenditure under further strain. To avoid compromising their families,
patients are forced to file transfer applications or move to residential care homes. To cover their
life-saving expenses, they have no choice but to trade their right to live with their families for the
eligibility for CSSA. This goes to show how the rigid application procedures ride roughshod over
the social needs of rare disease patients without regard to their right to community-life choices.

HKARD would like to make the following suggestion in regard to the CSSA Scheme:

* To allow patients living with their families to apply for CSSA individually. This will solve rare
disease patients’ problem of life-saving expenses without compromising their families’ living
standards and potential productivity.

BT BB 2 Hong Kong Alliance for Rare Diseases

)

11 Employment Assistance

With increasing access to education, most rare disease patients have graduated from secondary
school. Some of them may even have completed tertiary or a higher level of education. They
would have been motivated to get a job to support themselves and live independently had they
not been bogged down by the huge expenses on life-support equipment and assistive devices.
Large equipment such as medical bed, custom-made mattress, wheelchair, suction machine, and
ventilator, etc., normally needs to be replaced within a few years. Wages earned from employment
will likely exceed the income limit for medical equipment subsidies. As for charitable funds in the
community, the time-consuming application process and long list of applicants simply become too
prohibitive. To secure subsidy for the essential life-support equipment, patients have no choice but
to give up employment and hang desperately on to the CSSA safety net.

HKARD would like to make the following suggestions in regard to improved employment conditions
and employment incentives for rare disease patients:

* To set up a “Life-support Equipment and Assistive Device Subsidy Scheme” to render proper
support to rare disease patients who are employed but are unable to afford the equipment and
devices. Such an initiative will help to reduce their recurrent expenditure in this respect and
provide them with an employment incentive.

* To put in place intermediate measures for those who fall outside the CSSA safety net and have
long-term healthcare needs. With extra subsidies, they will be encouraged to enter the job
market and stay employed.
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