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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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Annual Report 2025
(February 2026)

Building upon its decade-long foundation, Rare Disease Hong Kong
(RDHK) remains steadfast in its mission to champion rare disease rights.
In 2025, RDHK achieved breakthroughs in advocacy and healthcare,
notably expanding drug subsidies and publishing landmark research to
provide solid, data-driven evidence for community needs.

Over the past year, RDHK bridged the government, medical sector,
and society to implement human-centric care and multidisciplinary
mechanisms. Through education and exchanges, RDHK showcased
patient resilience and strengthened clinician-patient trust. RDHK will
continue monitoring policy and optimizing clinical pathways to co-create
an inclusive environment for the rare disease community.
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1. Policy advocacy

1.1 Promote the implementation of rare disease policies

RDHK maintained productive dialogue with the Hospital
Authority (HA) through meetings in April and September 2025,
reaching consensus on several core policies to enhance the
medical blueprint for the rare disease community.

a.

Expanded SMA Drug Subsidy: HA officially expanded
subsidy coverage for adult oral medications for Spinal
Muscular Atrophy (SMA), with expert panels continuously
reviewing clinical data of other therapies to ensure treatment
options for adult SMA patients.

. Multidisciplinary & Community Support: A one-stop adult

multidisciplinary clinic was piloted in the KCO Cluster,
initially covering Tuberous Sclerosis Complex. HA is also
decentralizing procedures like blood tests to primary clinics,
aiming for city-wide implementation by late 2026.

. Medical Food Management: Following reviews of over 100

specialized medical food items, HA plans to publish its first
formulary to strengthen clinical guidelines and management.

. Human-Centric Care: Recognizing the vital role of caregivers

for patients with limited self-care ability, HA is exploring more
flexible accompaniment and visitation schemes.

. Clinical Trial Information Sharing: Through the Central
Clinical Research and Innovation Office, HA now shares rare
disease trial recruitment data with patient groups, increasing
transparency and access to cutting-edge treatments.
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1.2

Submission on the 2025 Policy Address public
consultation

RDHK submitted recommendations for the 2025 Policy
Address, outlining seven core proposals for the rare
disease community. The submission urges the Government
to address critical gaps in clinical pathways, drug subsidies,
and social welfare, advocating for enhanced precision
medicine and robust support policies:

a. Official Definition or List of Rare Diseases to facilitate
policy development.

b. Follow-up on WHO Resolutions regarding rare diseases.

c. Institute for Medical Evidence and Clinical Excellence.

d. Healthcare Financing Schemes for major
diseases.

e. Accessibility of Rare Disease Drugs and
Innovative Therapies.
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f. Rare Disease Screening and early
diagnosis.

g. International and Cross-Border
Collaboration.
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1.3

Survey on the treatment needs and quality of
life of XLH patients

RDHK released survey results on treatment needs and
quality of life for X-linked hypophosphatemia (XLH) patients.
The study collected 20 valid responses from 7 adults, 5
pediatric patients, and 8 caregivers. Combining quantitative
data with in-depth interviews, the report analyzes four key
areas: diagnosis journey, side effects, social well-being,
and caregiver stress. These findings reveal the challenges
families face and provide data-driven evidence to optimize
clinical care and policy.
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1.4 Medication Arrangements for Adult SMA Patients

Following years of persistent advocacy, a breakthrough in
Spinal Muscular Atrophy (SMA) policy successfully extended
treatment coverage to adults aged 25 or above. In December
2025, RDHK joined HKNMDA and the Cancer Strategy Concern
Group to reach a consensus with the Hospital Authority (HA) on
enhancing drug accessibility.

HA established a proactive transition mechanism: patients
may apply for a one-time medication switch based on clinical
evidence. This milestone enables flexible treatment planning
and upholds the principle of equitable access. RDHK will
continue sharing real-world case data to refine these processes,
ensuring SMA care evolves alongside medical advancements.

1.5 Updating the drug lists for rare diseases and rare

cancers in Hong Kong

To provide the latest drug information, RDHK updated the
"Drug List for Rare Diseases in Hong Kong” and "Drug List
for Rare Cancers in Hong Kong" in May 2025. These are
available on the RDHK website (https://rdhk.org/others) for
stakeholders’ easy access and reference.
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2. Public awareness

2.1 Promote the implementation of rare disease policies

RDHK leverages diverse channels to broaden public
understanding of rare diseases. This year, through interviews,
seminars, brochures, videos, and social media, we advocated
for conditions including Duchenne Muscular Dystrophy (DMD),
Spinal Muscular Atrophy (SMA), Thalassemia, Fabry, x-linked
hypophosphatemia (XLH), Idiopathic Multicentric Castleman
Disease (iMCD), and von Hippel-Lindau disease (VHL).

The Rare Disease Awareness Campaign 2025 highlights
patient resilience to foster social inclusion. Key initiatives
included the More than you can imagine video series,
showcasing life's vitality through children's perspectives,
and the Love is Not Rare sharing session. The latter allowed
patients and families to honor medical teams, deepening
clinician-patient trust. Visit our website to learn more:
https://rdhk.org/post/show?id=950&mid=43

5. mnznmmnn

2.2 Human library

Through the "Human Library" project, RDHK fosters empathy
for the rare disease community through personal dialogue. In
2025, patients and caregivers visited nine institutions, sharing
stories of eight different rare diseases with 1,227 participants,
including students and healthcare professionals. These
exchanges empower audiences to translate respect and
inclusion into daily practice, fostering a more compassionate
and supportive environment for the rare disease community.
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2.5

Website

In 2025, RDHK continued to optimize community engagement
by transforming its official website into a vital information hub
for patients and the public. This year, the platform reached a
new high of 469,141 page views, with

145,978 unique visitors and /

211,253 total sessions.
b

Social media platforms

RDHK’s active presence across multiple social media
platforms has significantly expanded the reach of rare disease
information. Over the past year, our Facebook reach surged to
3,477,257 across 194 posts, with followers growing to 7,433.
On Instagram, 162 posts reached 2,476,249 individuals,
while followers increased to 1,474. Additionally, LinkedIn
generated 44,292 impressions from 164 posts, with followers
rising to 696. These figures
reflect RDHK’s growing digital
influence and its success in
mobilizing public attention for
rare diseases.

RareCare

RDHK remains committed to building a transparent and
efficient information platform through diverse channels.
The quarterly publication, RareCare (published in January,
April, July, and October), provides comprehensive coverage
of rare disease policies, organizational news, and medical
advancements. To embrace digitalization, RareCare
transitioned to a fully online format in April 2025, offering
stakeholders and the public more convenient access. By
leveraging digital distribution, this initiative strengthens social
awareness and continues to serve as a vital information
bridge. Read and download at: https://rdhk.org/RareCare
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3. Capacity building

3.1 Social and leisure activities

Fostering mutual support and connection remains the core
objective of RDHK’s community activities. In 2025, RDHK
organized 7 diverse events to provide spaces for relaxation
and connection, including Lunar New Year workshop, Flower
art workshop, Paper art workshop, Bamboo fan workshop,
Sand art workshop, Mental health and art therapy seminar,
and the 3rd Gospel Day Camp for the disabled.

Additionally, RDHK facilitated access to various cultural events,
such as Lo Kwun Ting’s Hong Kong Coliseum concert, the
Hong Kong Book Fair, the film My First of May, international
saxophone concerts, and the HK Phil's Swire Symphony Under
the Stars, broadening opportunities for social participation.
With over 420 participants throughout the year, these initiatives
reflect members' active desire for community connection and a
vibrant social life.
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OPENING CEREMONY
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3.2 Volunteer training

In 2025, RDHK provided internships for 4 HKU and 1 CUHK
medical students, totaling over 900 services hours. Interns
engaged deeply in case advocacy, assisting SMA and VHL
patients with medication inquiries. The intern and volunteer
team participated in 86 activity sessions throughout the year,
with a total of 245 participants involved in these support
efforts. Furthermore, through the ongoing RDHK Medical
WhatsApp group, rare disease
insights are effectively shared with
future healthcare professionals,
ensuring the community's voice
gains long-term attention within
the medical field

3.3 Exchange activities in Hong Kong

RDHK actively engages with local and international experts
to broaden the scope of rare disease support. The Acting
Chairman of RDHK was invited as an officiating guest at the
International Conference on Genomic Medicine, co-organized
by the Hong Kong Genome Centre, Rare Diseases International
(RDI), and the RDI-Lancet Commission. This global summit
explored breakthroughs from early screening to personalized
medicine. Experts emphasized a patient-centered approach,
advocating for the translation of scientific research into clinical
solutions that address urgent patient needs—a philosophy that
serves as key inspiration for the upcoming World Rare Disease
Day Symposium 2026.

Additionally, RDHK hosted a delegation from the Rare Disease
Center of Beijing Children's Hospital to discuss innovation
and education. The delegation shared achievements in using
Al remote technology for patient monitoring, providing a
valuable reference for cross-border medical exchange. They
also expressed strong interest in the Human Library model,
envisioning its introduction to schools in Mainland China. A visit
to the Hong Kong Society for Rehabilitation facilities further
reinforced a shared commitment to the self-help and mutual aid
philosophy, laying a foundation for future regional collaboration.
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3.4 Exchange activities outside Hong Kong

In 2025, RDHK amplified local patient voices on international
and Mainland China platforms. The Chairman delivered a
keynote at a WHA Side Event in Switzerland, sharing Hong
Kong’s advocacy experience and expectations for global
resolutions. In Hangzhou, RDHK introduced its mission
to over 800 guests at a charity concert, where members
performed to showcase the community’s resilience.

Capacity building also saw significant progress. The
Communications Officer attended an EURORDIS drug
research training in Spain, while Council Member, Sam Ho,
joined the RDI Young Leaders Program to translate WHO
resolutions into local action. Additionally, RDHK supported the
XLH patient group leader’s participation in a regional medical
seminar in Hsinchu. These
engagements bring global
expertise to Hong Kong,
driving the optimization of
local rare disease policies.
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4. Public awareness

4.1

4.2

Annual general meeting (AGM)

The 6th AGM was successfully held on June 14, 2025, with
76 participants in attendance. In addition to passing the
agenda, two new members were elected to the 3rd Council.
To improve member experience, a new introductory video
was launched to clearly outline rights and responsibilities,
helping new members integrate into the community and
collaborate on future advocacy.

The Pilot Scheme of Subsidy for Healthcare Needs

RDHK actively promoted the Pilot Scheme of Subsidy for
Healthcare Needs, providing timely support to patients
navigating the gaps between public healthcare and social
welfare systems. Throughout the year, six applications
were approved for patients with Pyruvate Dehydrogenase
Deficiency (PDH), Phenylketonuria (PKU), Glutaric Aciduria
Type 1 (GA1), and Epidermolysis Bullosa (EB). The scheme
provided essential subsidies for specialized formulas and
medical dressings, aiming to alleviate daily burdens while
gathering case data to advocate for more comprehensive
rare disease support policies.
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HigE— - 2 E NFRiHERTE Appendix | - Members and types of diseases

BE2020FFEEARIL @54 A8 A 008  Asatthe end of 2025, the total number of members was 998,

Hrh among which:
1. ZBEE (BEIRIBEEREEAL) 1. Number of ordinary members (those who care about and
28 135 support rare disease patients): 135
2. EXEE (FHREERAFRE) 2. Number of full members (rare disease patients or families):
2B : 863 863
a) BABEEE : 854 a) Number of individual members: 854
b) BRRESEHE : 9 b) Number of organisational members: 9
(REXEBBHF)
(In alphabetical order)
- EFRATHE a
Hand in Hand Association 6
- EBTBIABESE PN
Hong Kong Leiomyosarcoma Foundation Neaus?ls
- ER SRR "ii:“ e
Hong Kong Neurofibromatosis Association o EENENENEN
ERBRKEGE Q) e
Hong Kong Rett Syndrome Association HKRETT.org
- BB EEREDE R
Hong Kong Spinocerebellar Ataxia Association m@
- EBAEEKEDS )
Hong Kong Wilson’s Disease Patient Group A )5

- PNH /i Az B E A N o Ao
PNH Concern Group 2 Bk duresieledn
- PR BES
Primary Immunodeficiency League
- BRRAERSHS netll™
Retina Hong Kong il L
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Types of diseases among members*: 259

O©COoO~NO NP WN -

10926 Microdeletion Syndrome (Genetic Disorder)

14q Deletion Syndrome (Genetic Disorder)

16911.2 & g22.2 Deletion Syndrome (Genetic Disorder)

18921.2 Duplication Syndrome (Genetic Disorder)

1p36 Deletion Syndrome (Genetic Disorder)

1944 Deletion Syndrome (Genetic Disorder)

2q37 Microdeletion Syndrome (Genetic Disorder)

3023 & 3g25 Deletion Syndrome (Genetic Disorder)

8p Inverted Duplication/Deletion Syndrome (Invdupdel(8p)) (Genetic Disorder)
Achondroplasia ( X B BEF2IE )

Acromegaly ( B i JE A EE )

ACTA1-related Congenital Myopathy (Genetic Disorder)

Alagille Syndrome ( fHI H &K IE )

Albinism ( B1b%% )

Allan-Herndon-Dudley Syndrome (AHDS) / MCT8 Deficiency (MCT8 ik = iE )
Alstrom Syndrome (AS) ( [ T4 R4 &I )

Alveolar Soft Part Sarcoma ( fifi iR &k 48 & 998 )

Amyloidosis (AL) ( 3R TIEIE )

Amyotrophic Lateral Sclerosis (ALS) ( ILEEME BAIZELIE )

Angelman Syndrome (AS) ( X{E4R&EE )

Angiosarcoma ( % K& )

Anomalous origin of the Left Coronary Artery from Pulmonary Artery (ALCAPA) ( B Eh ik 2= 72 ik B Ak 2 3 4E )
Anti-MOG Associated Encephalomyelitis ( 1 MOG fHEEEE B X )

Anti-NMDA Encephalitis ( B8R &M% )

Antisynthetase Syndrome ( i & KX E4RSIE )

Apert Syndrome ( ZE{HEXE )

Aplastic Anemia ( BE T R & IME )

Aromatic L-amino Acid Decarboxylase Deficiency (AADC) ( & ik L- R E B B3 TR = )
Arthrogryposis Multiplex Congenita (AMC) ( 5t X 1t 2 2% M4 B ST S 48 %iE )

ATAD3A Syndrome (Genetic Disorder)

ATR-X Thalassemia Syndrome (ATRX) (a itz S & M X- FEHE HERIE )
Atypical Hemolytic Uremic Syndrome (aHUS) ( FE 82 #4538 M 14 FR FiE )
Autoimmune Insulin Syndrome ( BEEZ B B REHSIE)

Autosomal Recessive Polycystic Kidney Disease (ARPKD) ( - EEBEMZEE )
Autosomal Recessive Spastic Ataxia of Charlevoix-Saguenay (ARSACS)
(Charlevoix-Saguenay I BBt i 814 £ 78 5 8 5E )

Beckwith-Wiedemann Syndrome (BWS) ( B =& B — B SR E )

Behcet's Disease (BD) ( B B43EKIE )

Bilateral Perisylvian Polymicrogyria (BPP) ( 2| E #/C it AE %/ KE B FIE )
Burning Mouth Syndrome (BMS) ( 0 B /S R EE )

Cardiofaciocutaneous Syndrome (CFC) (CFC fE{ZEE )

CDKLS5 deficiency disorder (CDD) (CDKL5 it = 1E )

Central Core Disease (CCD) ( Il A s 2= 4iF )

Charcot-Marie-Tooth Disease - Type 2 (CMT2) (ETHBEMMENERESE 2 1)
Chronic Hemolytic Anemia ( 18 147 M 14 & MmfE )

Chronic Inflammatory Demyelinating Polyneuropathy (CIPD) ( 18 14 5 B8 #1848 48 )
Chronic Suppurative Osteomyelitis ( 18 L BB BEX )

Chronic Thromboembolic Pulmonary Hypertension (CTEPH) (18 m2 2 EM it =& )
CNS Vasculitis ( BMmE % )

Cockayne Syndrome ( f 8l KERE )

Coenzyme Q10 Deficiency-7 (Genetic Disorder)

Coffin Siris Sydrome (Coffin Siris 4R & %iE )

Collagen XII Myopathy ( B/RE B X SR XN ELEIE )

Complex Regional Pain Syndrome (CRPS) ( #3413 8% IE ) /

Reflex Sympathetic Dystrophy Syndrome (RSD) ( 38 2 81 4 5 F%E )

Cone Dystrophy ( #f 408 28 FIiE )

Cone-rod Dystrophy ({8 # M E E T RIE )

Congenital Bile Acid Synthesis (CBAS) ( fBST & & FFES )

Congenital Glaucoma ( & X4 & HXR )

Congenital Insensitivity to Pain with Anhidrosis (CIPA) ( &£ X M 88 T SURIE & 08 5TIE )
Congenital Muscular Dystrophy (CMD) ( £ X4 I& &R RIE )

Cornelia De Lange Syndrome (CdLS) ( X B iE=EE )

Costello Syndrome ( 72 H12 /& KB & A E R BEIE )

Cri-Du-Chat Syndrome ( $#3%4E )

Crohn's Disease ( =& K IE )
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64 CTNNB1 Syndrome (Genetic Disorder)
65 Cushing's Syndrome (CS) ( BEfX K EERE¥ )
66 Cystic Fibrosis ( BEM & #E1L )
67 Dandy-Walker Syndrome (Dandy-Walker KK IE{RE )
68 Ddx3x Syndrome (Genetic Disorder)
69 Dermatomyositis ( 2% )
70 DiGeorge Syndrome (DGS) (S RERE )
71 DNM1-L Syndrome (Genetic Disorder)
2 Dravet Syndrome (DS) ( ERAEIRE )
73 Duchenne Muscular Dystrophy (DMD) ( #+ B K IAEERRIE )
74 DYRK1A Syndrome (Genetic Disorder)
75 Ectodermal Dysplasia ( NEB BT RIE )
76 Ehlers-Danlos Syndrome (3R E15T - E3& =K IE )
77 Emery-Dreifuss Muscular Dystrophy (EDMD)
78 Eosinophilic Granulomatosis with Polyangiitis (EGPA) ( BB RFEMHZME X )
79 Epidermolysis Bullosa (EB) ( 3k & A f# 7K B %E )
80 Epithelioid Hemangioendothelioma (EHE) ( t R&IME R K E )
81 Erythromelagia ( AL 4 BB IE )
82 Fabry Disease ( &% & FCfE )
83 Facioscapulohumeral Muscular Dystrophy (FSHD) - Type 1 (EBMENALETREE 1 &)
84 Familial Amyloid Polyneuropathy (FAP) ( SRR MR &Y 2 M@ LRmE )
85 Familial Hypertriglyceridemia (FH)
86 Fibrodysplasia Ossificans Progressiva (FOP) ( # 1T A B {LiE )
87 Floating-Harbor Syndrome (FHS) (Floating-Harbor R &%E )
88 Fragile X Syndrome (FXS) (X &8t 551E )
89 Gitelman syndrome ( & 43 SR E )
90 Glioblastoma Multiforme (GBM) ( BB&E & 41 )
91 Glutamate Receptor, lonotropic, N-Methyl D-Aspartate 1 (GRIN 1)
92 Glutaric Acidemia Type 1 (GA1) ( [R=BEMMAESE 1 & )
93 Glutaric Acidemia Type 2 (GA2) ( R —BRIMMAESE 2 & )
94 Glycogen Storage Disease (GSD) - Type 1 * G6PC Variants ( FFEEf#EES 1 & GGPCHE R )
95 Glycogen Storage Disease (GSD) - Type 1A ( FEEREEIES 1A &)
B#)

(
96 Glycogen Storage Disease (GSD) - Type 1B ( HFEif#ELESE 1B &
97 Glycogen Storage Disease (GSD) - Type 2 ( FFEE#FEIES 2 # ) / Pompe Disease ( & B KIE )
98 Glycogen Storage Disease (GSD) - Type 6 ( FFEEfEES 6 & )

(

~— — — — ~— —

99 Glycogen Storage Disease (GSD) - Type 9A (Pathogenic Variant) ( FFEEETEAES OA & )
100  Guillain-Barré Syndrome (GBS) ( #&#k - BRI4R & 1E )

101 Hereditary Angiodema (HAE) ( #5314 I & M 7k JE5E )

102  Hereditary Spastic Paraplegia (HSP) (& E M4 R84 T & fiBfE )

103  Hirschsprung's Disease (HD) ( %t X 14 E & B fE )

104 Huntington's Disease (HD) ( & T £ B51E )

105  Ichthyosis ( B & R & EHE )

106 Idiopathic Intracranial Hypertension (IIH) ( 433 4B R BIE SIE )

107  Idiopathic Multicentric Castleman Disease (iMCD) ( 4284 2 0 FHE S5 )
108 Idiopathic Pulmonary Fibrosis (IPF) ( 453 4 i 4 1L )

109  Idiopathic Thrombocytopenic Purpura (ITP) ( B 31 M /MR ik = SR HEHE )

110 IgG4-related Chronic Sclerosing Sialadenitis

111 Interstitial Lung Disease (ILD) ( & 1 %5 )

112 Intravenous Leiomyomatosis (VL) ( & bkAF 8 IE )

113 Jacobsen Syndrome (JS) ( & FRIEIREE )

114 Kabuki Syndrome - Type 2 (KDM6A) ( REIEREE - F 2 &)

115  Kallmann Syndrome (KS) (<@ S KIiE )

116 KCNB1 Syndrome (Genetic Disorder)

117 KCNQ2 Syndrome (Genetic Disorder)

118 Kennedy Disease ( Hi# i EXfE ) / Spinal and Bulbar Muscular Atrophy (SBMA) ( 25 8 i B8 14 AL Y Z= 48 %E )
119 KID Syndrome (heterogenous variant in GJB2) ( 42 & 1E A% )

120 KIF1A (Genetic Disorder)

121 KIF5C Syndrome (Genetic Disorder)

122 Kleefstra Syndrome (KS) (Kleefstra £R & iE )

123 Klippel-Trénaunay Syndrome (KTS) ( Ik BB KRS IE )

124  Langerhans Cell Histiocytosis (LCH) ( BiI#& 2= 40 B 48 A% BR 1% 4 5iF )

125  Larsen Syndrome ( SE8& - £ XM AEREE )

126  Leber's Congenital Amaurosis - Type 1 (LCA1) (Genetic Disorder) ( E XMt RS - £— 8 ) (HEZES )
127  Leber's Congenital Amaurosis - Type 3 (LCA3) (Genetic Disorder) ( E XM RS - £=8 ) (HEZES )

128  Leigh Syndrome (Leigh ECIEIREY )
129  Leiomyosarcoma (LMS) ( EB LR )
130 Lennox-Gastaut syndrome (LGS) ( F & K iE{RE )
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Leopard Syndrome ( $I & iE1REE )
Limb-girdle Muscular Dystrophy (LGMD) - Type 2A ( &R KB - £2A &)
Linear Scleroderma ( &4 KIE )
Lissencephaly ( S B&HE )
Lymphangioleiomyomatosis (LAM) ( #E & 8 I 1 4 5E )
Maple Syrup Urine Disease (MSUD) ( ¥$% FRiE )
Marfan Syndrome (MFS) ( &M K%E )
McCune-Albright Syndrome (MAS) ( 4 14 B % B IF )
Medulloblastoma ( B8 & A} )
Melanomae / Eye Ciliary Body Tumor ( IREEMREZEERE)
Mesothelioma ( B & )
Methylmalonic Acidemia (MMA) ( FF &R = B M fE )
Mitochondrial Cardiomyopathy ( %% 88 /0L 2 )
Mitochondrial Disease ( 4 #1588 %% )
Mixed Connective Tissue Disease (MCTD) (JE &M &4 E 8% )
Mixed Gonadal Dysgenesis (BE&EMBRERR )
Moebius Syndrome ( & b HiE iR B )
Monoclonal Gammopathies ( E R [ R ZERE A TER )
Motor Neuron Disease (MND) ( 3 & 18148 7t 5% )
Mowat-Wilson Syndrome (MWS)
Moyamoya Disease ( & FE £ i M &% )
Mucopolysaccharidoses (MPS) - Type 2 (Rt ZHEIEE 2 B )
Mucopolysaccharidoses (MPS) - Type 3 (Rt SHEIEE 3 B )
Mucopolysaccharidoses (MPS) - Type 4 (Rt SHEIEE 4 B )

( )i

) =

Mucopolysaccharidoses (MPS) - Type 4A ( B ZHEAESE 4A B! )

Mucopolysaccharidoses (MPS) - Type 6 (F{ ZHEIEE 6 B )

Multiple Epiphyseal Dysplasia (MED) ( Z M4 B 8RB R2E )

Multiple Pituitary Hormome Deficiency (MPHD) / Anterior Pituitary Hypoplasia ( B T~ EE % B R 24 )
Multiple Sclerosis (MS) ( % 24 {LIiE )

Multiple System Atrophy (MSA) - Pakinsonian Subtype ( % E Z#tB{LIE - R B & F%0E )
Multiple System Atrophy (MSA) - Type C ( ZEZ#RB{LIE -C B )

Myasthenia Gravis (MG) ( EiEN & HiE )

Myhre Syndrome (Myhre 4R & 1E )

NAA-10-related neurodevelopmental syndrome (NAA10 (HEEHHE R B4R S 4E )
Nemaline Myopathy ( 125A B8 JLEY i & )
Neuroendocrine Tumor (NET) ( &R 24 ERE )
Neurofibromatosis (NF) - Type 1 ( & & 4#EE 1 2 )

Neurofibromatosis (NF) - Type 2 ( {@&#4EEE 2 B )

Neuromyelitis Optica (NMO) ( {21 8 4 )

Nicolaides-Baraitser Syndrome (NCBRS)

Niemann-Pick Disease Type C (NPC) (E2x=E C ! )

Niemann-Pick Disease Type C1 (NPC1) (e STt iE C1 &# )

Non-infectious Non-Anterior (NINA) Uveitis ( JEBRMIERTREEE X )

Noonan Syndrome ( EE KAERE )

Optic Neuropathy ( {88 & 5% )

Osteogenesis Imperfecta (Ol) ( KRB 21E )

PACS1 Related Syndrome (Genetic Disorder)

Paroxysmal Kinesigenic Dyskinesia ( R M3 4 B)E R ES N RIE )

Paroxysmal Nocturnal Hemoglobinuria (PNH) ( e 2% 4 % & I AT & FR%E )

Pemphigus Vulgaris ( X&)

Persistent Hyperplasia of Primary Vitreous (PHPV) ( 1248 12 4 14 iR 4 3k 75 B8 F )
Peutz-Jeghers Syndrome (PJS) ( B3 S A E{REE )

Phakomatosis Pigmentovascularis (PPV) ( &% M & 14 & PE4E )

Phenylketonuria (PKU) ( 23X A B R iE )

Phosphatase and Tensin Homolog (PTEN) (Genetic Disorder) ( BB B MR hEHRERY ) (RERE )
Pierre Robin Syndrome (PRS) ( &S ERE )

Pitt-Hopkins Syndrome ( 2 4% - B& £ HTIEIREE )

Polymyositis ( Z 24 A% )

Prader-Willi Syndrome (PWS) ( /)N BB RIE )

Primary Ciliary Dyskinesia (PCD) ( & Xt 4 E B E)FE i iE )

Primary Hyperoxaluria Type 1 (PH1) ( R M SEMRE 1 2)

Primary Immunodeficiency (PID) ( R 214 4 B ik FA%% )

Primary Pulmonary Arterial Hypertension ( ffi ik = B )

Progressive Pseudorheumatoid Dysplasia (PPD) (T BRMERZMEBRETRIE)
Propionic Acidemia ( 7 B4 [ JE )

PTEN Hamartoma Tumor Syndrome (PHTS) (PTEN &R lEfE )

Pulmonary Alveolar Proteinosis (PAP) ( ftiiE% B & &4 )

Pyruvate Dehydrogenase Deficiency ( & i s B2 fi S & E iR = iE )
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199  Raynaud Phenomenon ( E#KE R )

200 Relapsing Polychondritis (RP) ( B34 Z8E 4 )

201 ReNU Syndrome

202  Retinitis Pigmentosa (RP) (R B & ERE )

203  Rett Syndrome (RTT) ( B4R IE )

204  Rhabdomyosarcoma (RMS) ( & & LEI%E )

205 Rubinstein-Tabyi Syndrome (RTS) (Rubinstein-Taybi IE{& & )
206  Russell-Silver Syndrome (RSS) ( &% - F# KIE )

207  Sacral Chordoma ( BB & RIE )

208  Schaaf-Yang Syndrome (SYS) (Schaaf-Yang iE{&Ef )

209 Schinzel Giedion Syndrome (SGS) (Schinzel Giedion 4R & 1E )
210 Sciatic Nerve Tumors / Schwannoma ( 4 & 5 JE & )

211 SCN1A Syndrome (Genetic Disorder)

212 SCN2A Syndrome (Genetic Disorder)

213 SCN4A Myopathy (Genetic Disorder)

214 SCNB8A Syndrome (Genetic Disorder)

215  Short Bowel Syndrome ( &2 iE )

216  Sialidosis Type 1 ( EBMEBEHR=AES 1 8 )

217  Smith-Magenis Syndrome (SMS) ( £ ZH7 - B3 FIKE )

218  Spina Bifida (SB) ( 4t X 142 #E FU4E )

219  Spinal Muscular Atrophy (SMA) - Type 1 ( B BNAZHESE 1 8 )
220  Spinal Muscular Atrophy (SMA) - Type 2 ( B BENAZHEE 2 B )
221 Spinal Muscular Atrophy (SMA) - Type 3 ( A BAZE4E 3 &)

222  Spinalcerebellar Ataxia (SCA) - Type 2 (/NSEMIEE 2 B )

223  Spinalcerebellar Ataxia (SCA) - Type 3 (/NISEMIEE 3 B )

224  Spinalcerebellar Ataxia (SCA) - Type 35 (/NIEEMIE - £ 35 &)

225  Spinalcerebellar Ataxia (SCA) - Type 40 (/NS ZEMIE - £ 40 )

226  Spondyloepiphyseal Dysplasia Congenita (SEDC) ( £ XMt B HBHRRE R )
227  Stat1 Immunodeficiency (Genetic Disorder) (Stat1 & &EfRfE ) (EEEE )
228  stiff Person Syndrome (SPS) ( B AEEE )

229  Succinic Semialdehyde Dehydrogenase Deficiency (SSADH) ( I 3 B 3 B% i & BS R = fiE )
230 Supernumerary Chromosome 8 Syndrome (Genetic Disorder)

231  Symbrachydactyly (s XFEZE)

232 Takayasu Arteritis (TA) ( & ZKIE )

233 Tetratricopeptide Repeat, Ankyrin Repeat and Coiled-coil containing 2 (TANC2)
234  Thalassemia Major - Type B (S EMEZH ) ER

235 TRIO and F-actin Binding Protein Syndrome (TRIOBP) (Genetic Disorder)
236  Tuberous Sclerosis Complex (TSC) ( &8 tERE{LIE )

237  Usher Syndrome ( R ZEKSFSIE )

238  Verrucous Venous Malformation (VVM) ( 7 ik 55 Ik 85 FiZEE )

239  Vitamin D-Resistant Rickets ( 144 3% D M 1185 )

240 Vogt-Koyanagi-Harada Disease (VKH Disease) ( JRHEK % )

241 von Hippel-Lindau Disease (VHL Disease) ( % & - &% )

242  Waardenburg Syndrome (WS) ( R & HEKERE )

243  Waldenstrom's Macroglobulinemia (WM) ( # K E 82 A IJE )

244  Walker-Warburg Syndrome (WWS) (Walker-Warburg 4R &JE )

245 WDRA45 (Genetic Disorder)

246  Wells Syndrome ( EBH4&SE )

247  West Syndrome-Infantile Spasms ( E K JE - £ 5 R 8E )

248  Williams Syndrome (WS) ( B BEECIE1REY )

249  Wilson's Disease (WD) ( BB EKIE )

250  Wolf-Hirschhorn Syndrome (WHS) (kX - 8/ & KIERE )

251 Wolfram Syndrome (Wolfram SE{&EF )

252 Worster-Drought Syndrome (WDS)

253 WWOX Syndrome (Genetic Disorder)

254  Xeroderma Pigmentosum (XP) ( &4 KIiE )

255  X-linked Agammaglobulinemia (XLA) (X- & 84 # R @R [ MIE )

256  X-linked Hypophosphatemic Rickets (XLH) ( 14 B 15 {2 7 {5 1% % B8 1) {25 )
257  X-linked Myotubular Myopathy (XLMTM) ( AL/ & %% )

258 X-linked Retinoschisis (XLRS) (Genetic Disorder)

259 X-linked Thrombocytopenia (XLT) (Genetic Disorder)

U ERB BB ARERBER BT AS R -

* 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

Acting Chairman (Mr. Terry LAI): Patient | Policy research & advocacy manager)
Vice-Chairman (Internal Affairs). Vacant
Vice-Chairman (External Affairs): Mr. Davy WONG (Patient | Company manager)
Honorary Secretary: Ms. Helen TSUI (Patient’s family | Financial advisor)
Honorary Treasurer: Ms. Margaret YEUNG (Patient | Certified Public Accountant)
Council Members*: Ms. Fiona CHAK (Patient’s family | Administration staff)
Mr. Ronald CHOW (Patient’s family | Nurse practitioner)
Mr. Sam HO (Patient | Lab technician)
Mr. Raymond LEUNG (Patient | Retired corporate co-founder)
Ms. Amy WONG (Registered social worker)

(*In alphabetical order of last name)

Appendix lll — Staff of the Secretariat

Ms. Rebecca YUEN (Honorary Chief Executive)

Ms. Amy CHAN (Service Coordination Manager & Nursing Advisor)
Ms. Emily LAl (Business Development Manager)

Ms. Iris CHAN (Project Officer)

Ms. Pat WONG (Programme Assistant)

Appendix IV — Advisors
(In alphabetical order of last name)
Professor CHAIR Sek Ying
Professor Cecilia CHAN, JP
Doctor Sophelia CHAN

Professor Roger CHUNG

Doctor Joannie HUI

Doctor Che-chug LUK, JP

Doctor Shirley PANG

Doctor Bun SHENG

Professor lan WONG

Mr. Stanley WONG

Mr. Martin YEUNG

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 alphabetical order of last name)

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 Diseases International

Acknowledgement

(In alphabetical order)

+ All supporters, donors and sponsors

+ Emest & Donald Marketing Communications Ltd, honorary PR advisor

+ Financial Support Scheme for Self-help Organisations of Persons with
Disabilities / Chronic llinesses, Social Welfare Department

+ RDHK advisors

+ RDHK council members

- RDHK Scientific & Medical Advisory Committee members

- RDHK staff and volunteers
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