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Our mission:
To respect differences & ensure rights

What we do:
Policy advocacy, public awareness & capacity building

Development strategy:
To maintain and enhance networks and collaborative partnerships

Management philosophy:
Optimal resource utilisation & outcome-oriented approach

Governance principles:
Openness, transparency, integrity & accountability
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After more than three years of the COVID-19 pandemic, the
world has got back to normal in 2023. Rare Disease Hong Kong
(RDHK) has fully resumed its physical activities and has been
actively engaging and collaborating with various stakeholders.
With the joint efforts of all parties, remarkable results were
achieved in different aspects of work.

& Policy advocacy

1.1 Opening the door to communication

Since the inauguration of the new leadership of the
sixth-term HKSAR Government in 2022, RDHK has
sent five invitation letters to the Health Bureau (HHB)
requesting for a meeting in order to learn about the
latest progress of various rare disease measures
in Hong Kong and the current-term Government's
approach to rare diseases. On 3 August 2023, RDHK
was Invited to the Central Government Offices to meet
with a total of nine representatives, including the Under
Secretary for Health, HHB and the Director (Cluster
Services), Hospital Authority (HA). On 1 December of
the same year, the HA held another online meeting
with RDHK to give specific explanations and positive
responses on topics such as payment methods for
ultra-expensive drugs, patient registry scheme, multi-
disciplinary follow-up consultations and other medical
service needs for rare diseases, and medical co-
operation between the Mainland and Hong Kong, etc.

During the two exchanges, the HA expressed its
willingness to communicate with RDHK regularly. In
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fact, the authorities concerned and RDHK share similar
thoughts in terms of thinking, strategy and development
direction for continuous improvement of healthcare
services. It is believed that if pragmatic and sincere
communication between the health authorities and
patients can be maintained, the rare disease community

and the general public will benefit more in the future.
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1.2 Submission on the 2023 Policy Address public

consultation

RDHK has been advocating for tackling the challenges
of rare diseases with tripartite collaboration among the
government, the business sector and the community,
whereas the government plays a critical role. RDHK
put forward the following six recommendations in the
submission on the 2023 Policy Address public consultation:

To form a government-led cross-sector coordination
mechanism on strategy for rare diseases

To commence a study on the local definition of rare
diseases

To provide rare disease patients with humanised
healthcare services

To optimise and improve the access mechanism for
orphan drugs by cutting the red tape

To collaborate on rare disease diagnosis and treatment
in the Greater Bay Area

To include Herpes Zoster vaccination in the Vaccination
Subsidy Scheme
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1.3 BERMAMAZESE (SMA)
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1.3 Survey on the quality of life of patients with Spinal

Muscular Atrophy (SMA)

To collect real-world data to strengthen the policy
advocacy work, RDHK commissioned the the Jockey Club
School of Public Health and Primary Care in November
2021 to conduct a one-year research study. But due to
the impact of the epidemic and the increased number
of respondents, the survey period has been extended
and a qualitative survey was added. As of December
2023, a total of 28 adult patients and 20 family members
of paediatric patients have been interviewed in the
quantitative survey. The interviews and reports are
expected to be completed in mid-2024. The qualitative
survey, aiming to understand patients’ disease
experience, daily life, disease burden and health-related
quality of life, was completed in mid-2023, with a total
of 13 adult patients with SMA type 3 interviewed.

On August 23, a press conference was held to announce
the results of the survey on the quality of life and disease
course of SMA patients in Hong Kong. RDHK called on
the government to remove the age limit for subsidized
medication through a total of 32 print and online media
reports from 17 media outlets, so that SMA patients
over 25 years old can also receive subsidized medication.
In early October, letters were sent to the HHB and the
Labour and Welfare Bureau to share the report on the
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patient journey of adult patients with SMA type 3 and
to make suggestions for addressing the needs of SMA
patients.
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1.4 Updating the drug lists for rare diseases and rare

cancers in Hong Kong

Based on the information provided by the HA and
MIMS Hong Kong, RDHK compiled the “Drug List for
Rare Diseases in Hong Kong” and “Drug List for Rare
Cancers in Hong Kong” in 2022.
The two drug lists were updated

and uploaded to the website of
RDHK (https://rdhk.org/others) in
January 2023 for public reference

i

and download.

15 Accelerating to access to orphan drugs

+3» Onasemnogene abeparvovec

Having learned that the gene therapy for SMA had
been registered in Hong Kong, RDHK sent a letter to
the HA in April 2023 requesting that the new drug
onasemnogene abeparvovec be included in the drug
formulary and safety net as soon as possible. In
December of the same year, the HA announced that
onasemnogene abeparvovec was used for the first time
in November to treat a baby boy with SMA type 1, and
was included in the ultra-expensive drug category of
the Community Care Fund (CCF). It is estimated that
the introduction of the drug will benefit about five SMA
patients per year.
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+%¢ Burosumab

After successfully advocated for the inclusion of the
new drug burosumab in the HA Drug Formulary in 2022,
RDHK held a media group interview in early 2023, in
which a paediatric patient with XLH and her caregiver
shared the experience of diagnosis and treatment
and the drawbacks of traditional treatment. With the
concerted efforts of various parties, the HA included
burosumab in the list of drugs supported by CCF in May
of the same year.

R mRHEh

HA Crug Formulary

1.6 Other advocacy work

After the Rare Disease Symposium held in November
2023, RDHK recorded, summarized and collated the
important messages, views and suggestions delivered
by the guest speakers, and submitted them to the HHB
together with a proposal letter, urging the government
to make reference to the Mainland's doings, leverage
on Hong Kong's edge in the healthcare system,
scientific research, human resources and international
connections, strengthen policies, and take the lead in
building a collaborative network which involves the
government, the business sector and the community
to tackle rare diseases together. The letter can be
downloaded from the RDHK's website (https://bit.ly/
rdhk_submissions).
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€) Public awareness

2.1 Rare Disease Symposium 2023

RDHK organises a large-scale conference annually to

discuss and make recommendations on different rare
disease topics. The Rare Disease Symposium 2023 was
held in hybrid mode on 11 November, with the theme of
“Healthy China, leaving no one behind: how Hong Kong
can keep up the pace of the Mainland’s rare disease
policy”. It aimed to understand the development and
implementation outcomes of rare disease policies in the
Mainland in recent years, to explore how Hong Kong
can effectively learn from the progress of the Mainland
under the framework of one country, two systems and
proactively address the challenge of rare diseases; and
to promote mutual access of rare disease diagnosis
and treatment in the Mainland and Hong Kong. RDHK
Is honored to have Professor Zhang Shuyang, President
of Peking Union Medical College Hospital, and Mr.
Li Linkang, Executive Director of China Alliance for
Rare Diseases, as keynote speakers, and thanked Hon
Michael Tien, Dr. Benjamin Li, Dr. Larry Lee, Dr. Michael
To and Professor Dong Dong as panelists. The total
number of participants who registered for the seminar
online or in person exceeded 300, and
the attendance rate reached 70%.
The symposium videos can be viewed
at the “Galleries” of RDHK's website
(https://bit.ly/RDHK-videos).
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2.2 Public education programmes on rare diseases

In 2023, RDHK organised a wide range of public
education programmes on individual rare diseases,
including idiopathic multicentric Castleman disease,
interstitial lung disease, transthyretin amyloid
cardiomyopathy, spinal muscular atrophy and x-linked
hypophosphatemia, in the form of video clips, media
group interviews, press conferences, press releases,
op-eds, patient sharing, TV specials, etc.

In view of the stakes associated with the concept of
“health equity” in the allocation of medical resources and
access to healthcare, RDHK launched a one-year “Health
Equity Campaign” on the occasion of World Rare Disease
Day 2023. The Campaign included the publication of
articles in various media outlets and production of short
videos explaining the concept of “health equity” and the
changes that the implementation of “health equity” will
bring to patients and society. The articles and videos
were distributed on various social media platforms to
enhance public awareness and understanding of the
concept of “health equity” and to enable the authorities
concerned to understand the importance of appropriate
and fair allocation of medical resources for rare disease
patients.

2023 & 155 S Annual Report “
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In order to further raise the public awareness of issues
relating to rare diseases, RDHK cooperated with the
newspaper for the first time to launch a year-long
column in April 2023 to convey information to the
public in an easy-to-understand manner. The column
includes different topics such as introduction of various
rare diseases, the latest diagnosis and treatment
methods, discussion on rare disease policies, stories
of rare disease patients and caregivers and so on. In
addition to being published in the Health Section of
Oriental Daily News, the articles were also published
on RDHK's website and social media platforms,
reaching an average of more than 5,000 people for
each article.

Human library

The "Human Library" is a project that connects rare
disease patients and caregivers with the community.
The objectives are to convey positive messages
such as respect for life, overcoming adversity, love
and inclusion, etc., as well as allow more people to
understand the challenges faced by the rare disease
community and how rare disease issues are relevant
to the public. In the past year, a total of 24 seminars
or tutorials were held for 10 organisations, addressing
an audience of about 1,740 people, including primary
and secondary school students, university healthcare
students and commercial organisations.
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Please follow us for the latest news!

2.4 Website

25

Since its optimisation in April 2021, RDHK's website
has become rich in content, including abundant
information, images and videos, with over one million
hits every year. In 2023, the website attracted 52,296
unique visitors achieving nearly 72,000 page views.

Social media platforms

After years of efforts, RDHK's Facebook fan page
has more than 6,300 followers. In 2023, a total of
166 posts were published, reaching nearly 1,200,000
people in total. To further reach people of all ages and
backgrounds, RDHK created an Instagram page and a
LinkedIn page at the end of February last year. In just
10 months, the two platforms attracted more than
900 followers, and the total reach of posts exceeded
670,000 people.
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(ZEEY BF1-4-7~10R8 RareCare is a quarterly newsletter published in January,
YR RIS T 348 ERI R A48 April, July and October every year, with both electronic

and print formats. It covers major international and local

H PN ﬂ N Ze - a 5 iy
W > REBREBEFRMRHEASF policies on rare diseases, various activities of RDHK
RBUER ~ 2 N EAMMEREEAE and other rare disease groups, and information on rare
@Jﬁ B~ B aNiE %é%ﬂ% , diseases, orphan drugs and so on. Readers include

government officials, District or Legislative Council
members, healthcare professionals, rare disease

HAHANRBERFAEE &8

%ﬁAE N ERRALE o ’?E&E"JAT’F communities, RDHK's partners and the general public.
INEFE TR BulR|ZEBEEE The public is welcome to download

the newsletters from RDHK's website
https://rdhk. RareC
iR Slg/ eIt TR (https://rdhk.org/RareCare).
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€ sehas €) Capacity building

3.1 BEI=ZEELEEHE 3.1 Encouraging members to break the circle of silence
TBE—F FERINZIIWT 6 In the past year, RDHK identified 6 “new stars” and
2THE,  BEMmMmEED helped them recount their disease profiles and personal

experiences with PowerPoint slides for sharing
on different occasions. In addition, members with

MRBENTFAEALERER

PowerPoint i ¥ » AR & & 72 different diseases were also invited to participate in
= o 1A - TR A ERERN video shooting, radio interviews, patient focus group
L EREHED BFIHE - IEEES55H meetings, and be interviewed by media, colleges and
ASTEE « DAL NS SHE institutions, etc., with the aim of encouraging them
i%%z'\% AL B A to express themselves in front of the public, enhance

their presentation and communication skills, enhance
their self-confidence and self-esteem, and at the same
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3.2

time, let the public learn more about the rare disease
community.

Subject talks

Last year, RDHK hosted or co-organised a number of
seminars on topics such as education seminar and
exercise for patients with interstitial lung disease,
practical workshop for patients with neurofibromatosis
type 1, Prader-Willi syndrome parent meeting and
seminar on gene therapy. The total number of
participants was about 200.
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3.3 Social and leisure activities

To promote exchange among members and provide
them with chances to gain peer support and relax,
RDHK organised various saocial and leisure activities
from time to time. Member activities held in 2023
included Zentangle Workshop for Beginners, Gardening
Workshop on Hanging Plants, Workshop on Leaf Print
Tote Bags, Mid-Autumn Festival Lantern Making Class,
Sushi Making Class and Interstitial Lung Disease
Patient Gathering. Additionally, RDHK assisted in
distributing tickets for “Dance a New Chapter 2023"
and free Ocean Park tickets on “International Day of
Persons with Disabilities” to interested members. All
the above-mentioned activities were well received by
the members, with a total of over 200 participants.
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3.4 Volunteer training

Last year, RDHK provided volunteer training for 10
students from the Faculty of Medicine from HKU and
CUHK, 3 nurses and 5 members of the public, and two
of the public health students were provided with 100
and 120 hours of internship respectively. The main tasks
of the volunteers were to participate in various member
activities and home visits, which aimed to increase
their awareness of and care for the rare disease
community through personal contact, experience, and
communication. Other volunteer services included
survey analysis, article translation, and greeting card
design, etc.

35 Exchange activities outside Hong Kong

Different regions and countries have different ways of
coping with rare diseases. Therefore, RDHK encourages
patients and staff to go overseas for exchanges to
broaden their horizons. Last year, 13 members were
sponsored to participate in the “2023 The 12th China
Rare Disease Summit” held in Changsha, Hunan
Province in September to learn about the development
of rare disease policies and services in the Mainland.
In October, RDHK representatives participated in
a study tour organised by the Hong Kong Wilson's
Disease Association, to visit a hospital in Hefei, Anhui
Province. which has been researching and treating
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ERABSE N AR g the local patient organisations. In November, a number

of RDHK council and staff members visited the Hong
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HESNRESSEBEAERIE Kong University-Shenzhen Hospital to learn about its

Bt » Y AR ELBEREARYS ~ TRkt ~ medical services, hardware equipment, procedures for
MM ERERES  F8HR=E medical appointments and dispensing, etc. Some RDHK
B A 4 B SR B LB FE B2 staff also went to Singapore and Guangzhou to attend

conferences and exchange activities relating to rare
diseases, sharing experiences and learning from others.
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) Miscellaneous work

41

Annual general meeting

The fourth Annual General Meeting was held on 17
June 2023, with a total of 62 attendees. There were
games, prizes and tea gathering after the meeting, to
promote interaction among members.

4.2 The Pilot Scheme of Subsidy for Healthcare Needs

: "‘ savnenen  RRITHIEN Y RIEEDESEENE)

RDHK established the “Pilot Scheme of Subsidy for
Healthcare Needs” based on the results of a member
survey, to provide transitional funding for nursing
supplies and services that are not covered by the
current public healthcare and social welfare services
but needed by rare disease patients. Empirical data
will be collected from the subsidy scheme in order
to urge the authorities concerned to improve the
coverage of the safety net to benefit more patients.
The subsidy scheme was launched in May 2023. As
at the end of the year, a total of 4 applications were
received, 3 of which were
approved, and one was
voluntarily withdrawn due
to non-compliance with the
approval procedure.
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Interchange with other patient organisations

Exchange among patient organisations facilitates
mutual learning and support. In the past year, RDHK
met with representatives of 16 local rare disease
organisations to understand their current situations
and opportunities for collaboration. RDHK also assisted
a number of patient organisations in need with
such matters as setting up associations or charities,
opening bank accounts, writing advocacy letters,
organising activities, etc. by providing advice, practical
information & funding, assisting in publicity, and so on.
It is expected that all the patient groups are united and
stand by each other to strive for betterment of the rare
disease community.
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(In alphabetical order)

o« EFRITIHE

Hand in Hand Association

o HEVBIABESEHRAT

Hong Kong Leiomyosarcoma Foundation Limited

o FAMKHERHS

Hong Kong Neurofibromatosis Association

s EAERKIERS

Hong Kong Rett Syndrome Association

o HA/IEEMEHE

Hong Kong Spinocerebellar Ataxia Association

o BEEBMEXCEHE

Hong Kong Wilson's Disease Association

o PNH R AREmEEH
PNH Concern Group

* MFFEHERHRAF

Primary Immunodeficiency League Association Limited

s HARMERERS
Retina Hong Kong

Appendix | - Members and types of diseases

As at the end of 2023, the total number of members was
761, among which:

1. Number of ordinary members (those who care about
and support rare disease patients): 82

2. Number of full members (rare disease patients or
families): 679
a) Number of individual members: 670
b) Number of organisational members: 9

Y BRtEAeRyE

@
§§PW@K\

HKRETT.org

eSO

s
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X
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PNH f&E ARt E4E

PNH CONCERN GROUP
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Types of diseases among members *: 212

10926 Microdeletion Syndrome (Genetic Disorder)

14q Deletion Syndrome (Genetic Disorder)

16q11.2 & g22.2 Deletion Syndrome (Genetic Disorder)

18q21.2x3 Deletion Syndrome (Genetic Disorder)

1p36 Deletion Syndrome (Genetic Disorder)

1944 Deletion Syndrome (Genetic Disorder)

2937 Microdeletion Syndrome (Genetic Disorder)

3923 & 3925 Deletion Syndrome (Genetic Disorder)

8p Inverted Duplication / Deletion Syndrome (Invdupdel(8p)) (Genetic Disorder)
10 Achondroplasia ( $h BB A2AE)

n Acromegaly ( BiRAEAE )

12 ACTA1-related Congenital Myopathy (Genetic Disorder)

13 Albinism ( 51k )

14 Alexander Disease ( ZafE|L|AFE )

15 Allan-Herndon-Dudley Syndrome (AHDS) / MCT8 Deficiency (MCT8 §hZiE )
16 Alstrome Syndrome (AS) ( I HT IS MERSE)

17 Alveolar Soft Part Sarcoma ( iy ik &40 4% Pt )

18 Amyloidosis (AL) ( FEFAILFESE )

19 Amyotrophic Lateral Sclerosis (ALS) ( | =45 144 B =B/ IE )

20 Angelman Syndrome (AS) ( A{B#RSE )

21 Anomalous origin of Left Coronary Artery from Pulmonary Artery (ALCAPA) ( fFEh iR A Tk Bh AR E e )
22 Anti-MOG Associated Encephalomyelitis ( #; MOG 1HEARS & 8845 )

23 Anti-NMDA Encephalitis ( 588 % & 45 )

24 Antisynthetase Syndrome ( & aiEsin SiE )

25 Apert Syndrome ( 52{8HE )

26 Aplastic Anemia ( BARBMEEMLE )

27 Aromatic L-amino Acid Decarboxylase Deficiency (AADC) ( £ & L- lrE R S E R F)
28 Arthrogryposis Multiplex Congenita (AMC) ( 557 22 38 4 28 S B HE T )

OCO~NOOEWN =

29 ATADS3A Syndrome (Genetic Disorder)

30 ATR-X Thalassemia Syndrome (ATRX) (o rmmfﬁﬁm X- U DRSS AE )

31 Atypical Hemolytic Uremic Syndrome (aHUS) ( SESRABAME R E5F )

32 Autoimmune Insulin Syndrome (BB EZ B SR EFSIE)

33 Autosomal Recessive Spastic Ataxia of Charlevoix-Saguenay (ARSACS) (Charlevoix-Saguenay & pS M Er & i E TR LL5H1E )

34 Behcet's Disease (BD) ( B F4%5 FfF )

35 Bilateral Perisylvian Polymicrogyria (BPP) ( (8l /g B4 T i /E B £/ I 2 B AZ6E )

36 Burning Mouth Syndrome (BMS) ( Iz (R )

37 Cardiofaciocutaneous Syndrome (CFC) (CFC JEZEEL)

38 Castleman Disease (CD) (EHEB S KE )

39 Central Core Disease (CCD) ( fJ| FDo i ZEs5E )

40 Charcot-Marie-Tooth Disease (CMT) { 31T 104 RS I ZE4E AT )

41 Chronic Hemolytic Anemia ( 18 3A 4 & M45E )

42 Chronic Inflammatory Demyelinating Polyneuropathy (CIPD) ( {814 [ st a8 45 )

43 Chronic Suppurative Osteomyelitis ( 18t {k B EEE A )

44 Cockayne Syndrome ( 78] 8| & FCREEE )

45 Coenzyme Q10 Deficiency-7 (Genetic Disorder)

46 Collagen XII Myopathy ( BRE&R Xl GRIHAZHEE )

47 Complex Regional Pain Syndrome (CRPS) (#8314 REREEE ) / Reflex Sympathetic Dystrophy Syndrome (RSD)
( AR TRAE )

48 Cone-rod Dystrophy (R &4l A RE)

49 Congenital Bile Acid Synthesis (CBAS) ( B E&S i fEiS )

50 Congenital Glaucoma ( e R EFHEE )

51 Congenital Insensitivity to Pain with Anhidrosis (CIPA) ( e XM BN SURES HETE )

52 Congenital Muscular Dystrophy (CMD) ( se R4 &R BT )

53 Cornelia De Lange Syndrome (CdLS) ( (E FEiEf=EE )

54 Costello Syndrome ( sg 2% KB4 & P EHREEAE )

55 Cri-Du-Chat Syndrome ( $£524E )

56 Crohn's Disease ( 75/ FfE )

57 CTNNB1 Syndrome (Genetic Disorder)

58 Cushing's Syndrome (CS) ( Eff FCiE{#Ef )

59 Cystic Fibrosis ( BEM 441k )

60 Dandy-Walker Syndrome (Dandy-Walker FCiE{&EE )

61 Ddx3x Syndrome (Genetic Disorder)

62 Dermatomyaositis ( Bz B4 )

63 DiGeorge Syndrome (DGS) (iAE/SIEFEEE)

64 DNM1-L Syndrome (Genetic Disorder)

65 Dravet Syndrome (DS) ( EfefE{REE )

66 Duchenne Muscular Dystrophy (DMD) ( # B FC &S EREE )
67 DYRK1A Syndrome (Genetic Disorder)

68 Ectodermal Dysplasia ( /MR B # B A EIE )

ﬁ%i&%ﬁﬁﬁ%ﬁﬁﬁﬁﬁﬁﬁ Rare Disease Hong Kong Limited



Ehlers-Danlos Syndrome ( #R£h8f - B2 KiE)

Eosinophilic Granulomatosis with Polyangiitis (EGPA) ( BEERZEEMZME 4 )
Epidermolysis Bullosa (EB) ( 5% B34 27K KAE )

Epithelioid Hemangioendothelioma (EHE) ( = F7 i & Py 7588 )
Erythromelagia ( ZLBE14 FL R 4E )

Fabry Disease ( %% FOIE )

Facioscapulohumeral Muscular Dystrophy (FSHD) -Type 1 ( IR AL A #ERRES 1 )
Familial Amyloid Polyneuropathy (FAP) ( SR MR 15 1) 25 28 M ph 48 g )
Fibrodysplasia Ossificans Progressiva (FOP) ( #4741 A B1LHE )
Floating-Harbor Syndrome (FHS) (Floating-Harbor #7-&4E )

Fragile X Syndrome (FXS) (X 3 B 555F )

Glioblastoma Multiforme (GBM) ( JB/& I )

Glutamate Receptor, lonotropic, N-Methyl D-Aspartate 1 (GRIN 1)
Glutaric Acidemia Type 2 (GA2) ( (K _FeMiE=E 2 &)

Glycogen Storage Disease (GSD) - Type 1 » GBPC Variants ( FrEECETEES 1 8 - GEPC @& £ )
Glycogen Storage Disease (GSD) - Type 1B ( fFEE{#iEaEss 1B &)
Glycogen Storage Disease (GSD) - Type 2 ( FFEETEAES 2 & ) / Pompe Disease ( fie B FoiiE )
Glycogen Storage Disease (GSD) - Type 6 ( figf£iEmEs 6 &)
Hereditary Angiodema (HAE) ( 3EE{4E (i &K B fE )

Hereditary Spastic Paraplegia (HSP) ( 38/@E 4 204 T 5 e )
Hirschsprung's Disease (HD) ( 6 Rt E45H84E )

Huntington's Disease (HD) ( ¥ T i5ZEiEE )

Ichthyosis ( BT {2 & B )

Idiopathic Intracranial Hypertension (I1H) ( 4 & g Py B3 2 5 )
Idiopathic Pulmonary Fibrosis (IPF) ( 45204 fh a1t )

IlgG4-related Chronic Sclerosing Sialadenitis

Interstitial Lung Disease (ILD) ( fS& s )

Intravenous Leiomyomatosis (IVL) ( £ ik PS8 BILJE )

Jacobsen Syndrome (JS) ( BES FREREE)

Kallmann Syndrome (KS) ( £ & FKiE )

KCNB1 Syndrome (Genetic Disorder)

KCNQ2 Syndrome (Genetic Disorder)

Kennedy Disease ( 38 Fofie ) / Spinal and Bulbar Muscular Atrophy (SBMA) { 258 7T &84 i N Z=485E )
KIF5C Syndrome (Genetic Disorder)

Kleefstra Syndrome (KS) (Kleefstra #r&4E )

Klippel-Trénaunay Syndrome (KTS) ( S iREH B L AmSEE )

Langerhans Cell Histiocytosis (LCH) ( B Z24H A48 4 8 4 5F )

Larsen Syndrome ( 282 - SE R ATAE(REE )

Leigh Syndrome (Leigh FEGEIREE )

Leopard Syndrome ( $9 7 GE{#EY )

Linear Scleroderma ( #2418 & E )

Lipid Storage Myopathy (LSM) ( BEEE & TE1EHLR )

Lissencephaly ( 45 )

Lymphangioleiomyomatosis (LAM) ( 2 & S8 BT 4 i )

Maple Syrup Urine Disease (MSUD) ( {842 F4E )

Marfan Syndrome (MFS) ( & FLEC5E )

McCune-Albright Syndrome (MAS) ( &4 14 B4 35 5E )

Medulloblastoma ( S5 & 4258 )

Melanomae / Eye Ciliary Body Tumor ( IRBEREE 2 & 25 )
Mesothelioma ( & 5JE )

Methylmalonic Acidemia (MMA) ( FREFR R IME )

Mitochondrial Cardiomyopathy ( 2§20 R )

Mitochondrial Disease ( 4578455 )

Monoclonal Gammopathies ( B85 [E 4 EREQILER )

Mowat-Wilson Syndrome (MWS)

Mucopolysaccharidoses (MPS) -Type 2 ( 5255 2 &)
Mucopolysaccharidoses (MPS) - Type 3 ( $122fEfESE 3 &)
Mucopolysaccharidoses (MPS) - Type 4 ( 122 EiES 4 &)
Mucopolysaccharidoses (MPS) - Type 4A ( fiEEES 4A B )
Mucopolysaccharidoses (MPS) - Type 6 ( F52-fEfESE 6 5 )

Multiple Epiphyseal Dysplasia (MED) { 228& {4 S8 8B A2 0F )

Multiple Pituitary Hormome Deficiency (MPHD) / Anterior Pituitary Hypoplasia ( f§ T~ =825 A3 T )
Multiple Sclerosis (MS) ( 2% 2514781k 5E )

Multiple System Atrophy (MSA) - Pakinsonian Subtype ( 2 & R 408 (LfE - IEAR D STRGE)
Myasthenia Gravis (MG) ( EE|&1E )

Myhre Syndrome (Myhre & %E )

Nemaline Myopathy ( &k EEH 1 29 78 )

Neuroendocrine Tumor (NET) { 3848 43 4 =g )

Neurofibromatosis (NF) -Type 1 (f@Ra&ai«mgas 1 8L )

Neurofibromatosis (NF) - Type 2 ( &4 4 2 A )

Neuromyelitis Optica (NMO) ( 3B AE 28545 )

Nicolaides-Baraitser Syndrome (NCBRS)

Non-infectious Non-Anterior (NINA) Uveitis ( JERE 4 IEFIER EE 184 )
Noonan Syndrome ( 2559 FEfiE {78 )

Optic Neuropathy ( 3R 1848518 )
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Osteogenesis Imperfecta (Ol) { R BAR24E )

PACS1 Related Syndrome (Genetic Disorder)

Paroxysmal Nocturnal Hemoglobinuria (PNH) ( Bt Z& |47 RN 4T % 50E )

Pemphigus Vulgaris | Ffa& )

Persistent Hyperplasia of Primary Vitreous (PHPV) ( {554 10 A4 it B 4T BEBLAE )

Peutz-Jeghers Syndrome (PJS) ( 223F 8 AiE{REL )

Phakomatosis Pigmentovascularis (PPV) ( 2 & &M S )

Phenylketonuria (PKU) ( 2R BERAE )

Phosphatase and Tensin Homolog (PTEN) (Genetic Disorder) ( BfERsEsEdlsR DERRIEY ) ( EERE)
Pierre Robin Syndrome (PRS) ( S E/=EL)

Polymyositis ( 2231145 )

PraderWilli Syndrome (PWS) ( /\NHEELFIEE )

Primary Ciliary Dyskinesia (PCD) ( e &4 E B B FERE ST )

Primary Immunodeficiency (PID) ( 5 &5t % fTER AR )

Progressive Pseudorheumatoid Dysplasia (PPD) ( /T4 EB AR ELSETAEE)

Propionic Acidemia ( P& [M5E )

PTEN Hamartoma Tumor Syndrome (PHTS) (PTEN i@:RE5E )

Pulmonary Alveolar Proteinosis (PAP) ( 8 & H & 1ESE )

Pulmonary Hypertension ( fEIiRK e )

Pyruvate Dehydrogenase Deficiency ( (REREL Bl SEF Z G Z iE )

Raynaud Phenomenon ( ERKIHE )

Relapsing Polychondritis (RP) (8% |4 2 #E 4 )

Retinitis Pigmentosa (RP) ( 7B 48JE t i )

Rett Syndrome (RTT) ( 45 K4E )

Rhabdomyosarcoma (RMS) ( #&&t LA )

Rubinstein-Tabyi Syndrome (RTS) (Rubinstein-Taybi fE{&EE )

Russell-Silver Syndrome (RSS) ( Z8% - FagsFEfiE )

Sacral Chordoma (BE &4 %)

Schaaf-Yang Syndrome (SYS) (Schaaf-Yang fE{ZEf )

Schinzel Giedion Syndrome (SGS) (Schinzel Giedion #R&1E )

Sciatic Nerve Tumors / Schwannoma ( AA & E g )

SCN1TA Syndrome (Genetic Disorder)

SCN2A Syndrome (Genetic Disorder)

SCNB8A Syndrome (Genetic Disorder)

Short Bowel Syndrome ( 55 84E )

Smith-Magenis Syndrome (SMS) ( SPZ2HET - = F| FLfE )

Spina Bifida (SB) ( e R 1$ & HEZAE )

Spinal Muscular Atrophy (SMA) -Type 1 ( 8 NZELRES 1 8))
Spinal Muscular Atrophy (SMA) -Type 2 ( S8 AZEREFE 2 5)
Spinal Muscular Atrophy (SMA) -Type 3 ( 588l NEFEFESE 3 &)
Spinalcerebellar Ataxia (SCA) - Type 2 (/NSEtRES 2 &)
Spinalcerebellar Ataxia (SCA) - Type 3 (/\iSZ=4EES 3 &)
Spondyloepiphyseal Dysplasia Congenita (SEDC) ( e R M EHBHREEARE)
Stiff Person Syndrome (SPS) ( {21# AS%E )

Succinic Semialdehyde Dehydrogenase Deficiency (SSADH) ( BE e EE i SRS 5L = iF )
Supernumerary Chromosome 8 Syndrome (Genetic Disorder)

Takayasu Arteritis (TA) ( /& %2 FCSE )

Tetratricopeptide Repeat, Ankyrin Repeat and Coiled-coil containing 2 (TANC2)
TRIO and F-actin Binding Protein Syndrome (TRIOBP) (Genetic Disorder)
Tuberous Sclerosis Complex (TSC) ( #5 i f4TE(biE )

Usher Syndrome ( 2 K4S EE)

Vitamin D-Resistant Rickets ( #i44 & D Mf0ESRF )

Waardenburg Syndrome (WS) ( & HEKEERE)

WalkerWarburg Syndrome (WWS) (Walker\Warburg #5&4E )

WDR45 (Genetic Disorder)

Wells Syndrome ( B4R & 1E)

West Syndrome-Infantile Spasms ( Z FCiF - 28 52 fEEaF )

Williams Syndrome (WS) ( & B8 FCRE (R EE )

Wilson's Disease (WD) ( B ##FFKiE )

Wolf-Hirschhorn Syndrome (WHS) ( $kk - 2559 FCREREE )

Wolfram Syndrome (Wolfram fE{ZEE )

Worster-Drought Syndrome (WDS)

WWOX Syndrome (Genetic Disorder)

Xeroderma Pigmentosum (XP) ( Z & /485 K7 fF )

X-linked Agammaglobulinemia (XLA) (X- 3 #44= N ERE 5 MiE )

X-linked Hypophosphatemic Rickets (XLH) ( 1418 A (K rk FL 25 (0 {25 )

X-linked Myotubular Myopathy (XLMTM) ( f/J\& 57518 )

X-linked Retinoschisis (XLRS) (Genetic Disorder)

X-linked Thrombocytopenia (XLT) (Genetic Disorder)

* U ERENRAARERBERBLASHRM

* The above types of diseases were provided by patients or
their families at the time of membership registration.
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Appendix Il - Members of the Council

Chairman: Mr TSANG Kin Ping (patient, retired business executive)
Vice-Chairman (Internal Affairs): Ms Rebecca YUEN (patient’s family, product agent)
Vice-Chairman (External Affairs): Mr Davy WONG (patient, company manager)
Honorary Secretary: Ms Helen TSUI (patient’s family, financial advisor)
Honorary Treasurer: Mr Jackie LEUNG (patient, freelancer)
Council Members*:  Professor Danny CHAN (scientist)
Ms Iris CHAN (patient, PR & marketing)
(took office in Jun 2023)
Mr Ronald CHOW (patient’s family, nurse practitioner)
Mr Jack CHU (patient’s family, telecommunications director)
(quitted in Mar 2023)

Mr Terry LAl (patient, policy research & advocacy manager)
(took office in Jun 2023)
Mr Henry TAM (patient, preacher) (took office in Jun 2023)
Ms Amy WONG (registered social worker)
* In alphabetic order by surname

Appendix Il - Staff of the Secretariat

Ms May HO (Director of Operations)

Mr Terry LAI (Business Development Officer) (quitted in Apr 2023)

Ms Amy CHAN (Service Coordination Manager & Nursing Advisor)
Ms Pat WONG (Programme Assistant)

Appendix IV - Advisors

(In alphabetical order by surname)
Professor CHAIR Sek Ying
Professor Cecilia CHAN, JP
Doctor Sophelia CHAN

Professor Roger CHUNG

Doctor Joannie HUI

Doctor Che-chung LUK, JP

Doctor Shirley PANG

Doctor Bun SHENG

Professor lan WONG

Appendix V - Scientific & Medical Advisory Committee

Chairman:  Doctor Brian CHUNG

Members*:  Professor Danny CHAN
Professor Dong DONG
Professor Shirley LI
Doctor Byron SHIU
Doctor Sarah WYNN

* In alphabetic order by surname

Appendix VI - RDHK's local and overseas involvements

RDHK is a member of the following local and overseas organisations:
Hong Kong Council of Social Service

The Hong Kong Joint Council for People with Disabilities

Asia Pacific Alliance for Rare Disease Organisations

Rare Disease International

Acknowledgement

(In alphabetical order)

All supporters, donors and sponsors

Ernest & Donald Marketing Communications Ltd, honorary PR advisor
Financial Support Scheme for Self-help Organisations of Persons with
Disabilities / Chronic lllnesses, Social Welfare Department

RDHK advisors

RDHK council members

RDHK Scientific & Medical Advisory Committee members

RDHK staff and volunteers
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