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We are extremely fortunate in Australia that we have an active and supportive
Angelman syndrome community. Our families connect in person wherever
possible at International Angelman Day events and conferences, and online using
social media, in both public and private groups. We have two organisations
dedicated to serving our community by providing a range of support, advocacy
and education and furthering research.

Each organisation has a specific and different focus, and we work closely and
collectively to ensure that we meet all of our community needsand expectations
in Australia.

Together we believe that:

» Every person with Angelman syndrome deserves the highest quality of life
possible

» Thereis a role for two AS organisations in Australia, and clearly defined roles
and cohesion is in the best interest of the Australian community

» The provision of education, resources, advocacy, and support for people living
with Angelman syndrome, and their families and carers are essential to
navigating the challenges that present in everyday life

» We should encourage, fund, and collaborate on research towards therapeutics
for Angelman syndrome.




F R| D AY TOWARDS THERAPEUTICS

Foundation for Angelman Syndrome Therapeutics Australia

F E B 10 Coffee available from 8am

8:30 OPENING, ACKNOWLEDGEMENT OF COUNTRY
Meagan Cross,
FAST Australia Chairperson

8:35 KEYNOTE - THERAPEUTIC STRATEGIES FOR THE TREATMENT OF ANGELMAN SYNDROME
Asst/Prof Barbara Bailus,
Keck Graduate Institute California. FAST United States Scientific Advisory Chair

9:15 - 10:50 TOWARDS THERAPEUTICS

GENE THERAPY PRODUCT DEVELOPMENT, MANUFACTURING AND CHALLENGES
Dr Anjil Giri,
Director - Gene Therapy CMC Development PTC Therapeutics (teleconference)

GENE THERAPY FOR ANGELMAN SYNDROME
Prof James M. Wilson,
University of Pennsylvania (teleconference)

USING STEM CELLS TO DELIVER UBE3A
Asst/Prof Barbara Bailus,
Keck Graduate Institute California. FAST United States Scientific Advisory Chair

CRISPR FOR ANGELMAN SYNDROME
Prof David Segal,
UC Davis California

WHAT IF MY CHILD ISN'T DELETION? - THERAPEUTIC DEVELOPMENT FOR ALL
GENOTYPES

Dr Randal Moldrich,

Honorary Fellow, UQ Centre for Clinical Research, FAST Australia Science Advisory Chair

QUESTIONS
BREAK
11:05 - 12:15  AUSTRALIAN RESEARCH

WEARABLE TECHNOLOGY AS A BIOMARKER
Dr Claudine Kraan,
Murdoch Children's Research Institute

CLINICAL TRIAL READINESS IN AUSTRALIA
Anna Walsh,
FAST Australia Board Member

NEWBORN SCREENING FOR ANGELMAN SYNDROME AND OTHER RARE CONDITIONS
Assoc/Prof David Godler,
Murdoch Children's Research Institute

SEARCH & RESCUE - WHY DIAGNOSIS MATTERS FOR ALL OF US
Meagan Cross,

FAST Australia Chairperson, Global Angelman Registry

QUESTIONS
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F R| D AY TOWARDS THERAPEUTICS

Foundation for Angelman Syndrome Therapeutics

FEB 10 Australia

12:15 - 13.35  IN THE CLINIC

BENEFITS OF LONG TERM CLINICS (BOSTON & COLORADO CLINICS) - EXPERIENCES. WINS &
LOSSES

Assoc/Prof Wen-Hann Tan, Boston Children's Hospital

Assoc/Prof Jessica Duis, Children's Hospital Colorado

A MULTIDISCIPLINARY APPROACH AND CONSENSUS STATEMENT TO ESTABLISH STANDARDS
OF CARE FOR ANGELMAN SYNDROME

Asst/Prof Anjali Sadhwani, Boston Children's Hospital

Assoc/Prof Honey Heussler, Children's Health Queensland Hospital

Assoc/Prof Jessica Duis, Children's Hospital Colorado

Gl AND MICROBIOME IN ANGELMAN SYNDROME
Assoc/Prof Honey Heussler, Children's Health Queensland Hospital
Assoc/Prof Jessica Duis, Children's Hospital Colorado

AUSTRALIAN ANGELMAN CLINIC NETWORK

Prof Ingrid Scheffer AO, Austin Hospital

Assoc/Prof Honey Heussler, Children's Health Queensland Hospital
Dr Elizabeth (Emma) Palmer, Sydney Children's Hospitals Network

LUNCH

14:20 KEYNOTE: EXPERIENCES & INSIGHTS INTO RUNNING CLINICAL TRIALS IN THE USA
Prof Liz Berry Kravis, Rush University Medical Center

14:40 - 15:20 CURRENT CLINICAL TRIALS - DOWNSTREAM THERAPIES

NNZ-2591 AS ATREATMENT FOR ANGELMAN SYNDROME
Dr Nancy Jones, Vice President, Clinical Development, Neuren Pharmaceuticals

ALDEBARAN: A PHASE 2A STUDY OF ALOGABAT
Dr Brenda Vincenzi. Global Development Leader, Clinical Science Leader, Senior Medical
Director, Neuroscience and Rare Diseases at Roche

BREAK

15:35 - 17:00 CURRENT CLINICAL TRIALS - UPSTREAM THERAPIES
ASO video

GTX-102 PROGRAM UPDATE
Dr Kemi Olugemo, VP Global Clinical Development Ultragenyx Pharmaceutical

UPDATE ON THE HALOS CLINICAL TRIAL IN INDIVIDUALS WITH ANGELMAN SYNDROME
Dr Becky Crean, Executive Director, Clinical Development at lonis Pharmaceuticals

RUGONERSEN ANGELMAN SYNDROME PROGRAM UPDATE
Dr Brenda Vincenzi. Global Development Leader, Clinical Science Leader, Senior Medical
Director, Neuroscience and Rare Diseases at Roche

PANEL

CLOSING REMARKS
Meagan Cross & Shane Jez FAST Australia
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Doing now what
patients need next
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Improving the Lives of People with
Neurodevelopmental Disabilities

Neuren is developing new therapies for debilitating
neurodevelopmental disorders emerging in early childhood,
characterised by impaired connections and signalling between
brain cells. The first, for Rett syndrome, is under Priority
Review by FDA with a target action date in March 2023.

2 novel drugs, targeting 6 disorders, all
with Orphan Drug designation

_ NNz-2591 Neuren is currently
ésm lPhasez enrolling a Phase 2
eve opment clinical study in
targeting four Angel d t
syndromes ngelman syndrome a
including Brisbane, Sydney and
Celebrating yes Angelman Melbourne in Australia

And our commitment to delivering

breathrough medicines to patients
Neuren Pharmaceuticals Limited (ASX: NEU), Suite 201, 697 Burke Road,

Camberwell, VIC 3124, Australia




Rare diseases,
real strides

to treat them—
this is why
we’re here.

No matter how uncommon the disorder, the life-limiting
effects are a daily reality for those affected.

That’s why we’re creating life-changing PTa

treatments every day.  THERAPEUTICS

©2023 PTC Therapeutics. All rights reserved. PTC Therapeutics ACN: 635 417 711 ABN: 19 635
4417 711 Address: Level 11, 500 Collins Street, Melbourne VIC 3000. Date of Preparation: Feb 2023. medinfo@ptcbio.com

Scan To Learn Morne

=78 | Ultrageny)

. Proud sponsor of the FAST |
E - i Global Science Summit & Gala

We're honored o be in

the company of guardians,
givers, and the greatest

of groundbreakers.

We are inspired and motivated by the patients,
families, and care partners we serve. We strive to
develop treatments, resources, and educational
materials that live up to our promise and your
standards and empower patients to advocate on
behalf of themselves and their rare communities.




cureangelman.org.au

The Foundation for Angelman Syndrome Therapeutics Australia (FAST Australia) has a vision
of a world where Angelman syndrome no longer limits lives; our mission is to improve the

quality of life for individuals with Angelman syndrome through timely diagnosis, access to

best practices in care and treatments, and advancing research for a cure.

Inspired by the mission and energy of FAST in the United States, FAST Australia was
established in 2010. Driven to address the lack of research and understanding of Angelman
syndrome in Australia, our combined energies create a powerful force in the search for
therapeutic interventions and a cure to treat Angelman syndrome.

Our immediate priorities are;

Collecting, collating, and disseminating data through the Global Angelman Syndrome
Registry

Coordinated Clinic networks, clinical nurse coordinators, and Centres of Excellence
Collaboration with FAST Global to fund and collaborate on unmet research
needs

Addressing the underdiagnosis of Angelman syndrome and
Empowering the Australian community with knowledge about
Angelman syndrome research and clinical trials.

info@cureangelman.org.au | cureangelman.org.av | 1300 078108




Commencing February 12 at the Roma St Parklands Brisbane 9am.
For thirty days, we are moving for a cure! Move your way - run, walk,
hike, ride, swim or wheel (chair).

We are collectively circumnavigating Australia, commencing in Brisbane.
This journey across the country symbolises our commitment to bringing treatments to
every Australian family impacted by Angelman syndrome, in Australia.
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Sign up to join us at tiny.cc/Move4Cure, connect with your Strava app or smart watch and
log your kilometers from February 12 to Tuesday March 14.
Apparel for sale at movegacure.myshopify.com

Sign up with your local runners club, sports team or biking buddies! Let's cross the country
together.

Supported by our Gold event sponsors Roche and lonis Pharmaceuticals
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PROVIDING INSIGHT & RESEARCH
INTO ANGELMAN SYNDROME

Creating new opportunities to gain insight and understanding
about Angelman syndrome.




UPDATES ON SYSTEMIC ADVOCACY, SUPPORT & AWARENESS

Angelman Syndrome Association Australia

Coffee available from 8.30am

9:00 OPENING
INTRODUCTION TO THE ASAA COMMITTEE
Fiona Lawton, ASAA President

9:10 - 10:30 SYSTEMIC ADVOCACY

NATIONAL STRATEGIC ACTION PLAN FOR RARE DISEASES - KEY INITIATIVES FOR
ANGELMAN SYNDROME
Louise Healy, Education and Advocacy Manager, Rare Voices Australia

DISABILITY ROYAL COMMISSION - YOU SAID, WE HEARD - NOW WHAT?
Tamara Weaver, Director Community Engagement
Peter Murphy, A/Director Community Engagement, Disability Royal Commission

COMMUNICATION FRIENDLY HOSPITAL INITIATIVE

Bethany Hooke, Paediatric Disability Lead, Children's Health Queensland Hospital and
Health Service

IN THE ROOM WHERE IT HAPPENS: ADVOCATING DURING CHALLENGING TIMES
Michelle Moss, CEO Queenslanders with a Disability Network Ltd (QDN)

HEALTH ADVOCACY AND THE NATIONAL ROADMAP
Professor Nick Lennox, University of Queensland; Federal Health Department, Senior
Medical Advisor on Health & Disability
QUESTIONS? Panel
BREAK
10:45 - 12:30 SUPPORT

NDIS: BEHIND THE CURTAIN

Fiona Lawton, Director Neu Pathways Australia

Leticia Grant, Advocacy Services Manager, Developmental Disability WA
Miranda Blatchford, Community Engagement Manager, Provider Choice

QUESTIONS? Panel
MY BROTHER. MY SISTER. MY LIFE!
Panel Session - Asst/Prof Anjali Sadhwani, Boston Children's Hospital with Angelman

siblings - Gyan Rocha, Bridget & Matthew Exner

THE MANY FACES OF GRIEF
Letitia Grant, ASAA Vice President

ESTATE PLANNING - AN INTRODUCTION TO SPECIAL DISABILITY TRUSTS
Tony Vidray, Director, AV Chartered Accountants

COLLABORATING FOR SUCCESS USING SAMEVIEW
Danny Hui, Founder Sameview

DISABILITY DONE DIFFERENTLY - BUILDING AN INCLUSIVE COMMUNITY
Jake Cowie, National Support Manager, What Ability

QUESTIONS? Panel

LUNCH

. 4
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UPDATES ON SYSTEMIC ADVOCACY, SUPPORT & AWARENESS

Angelman Syndrome Association Australia

FEB 11

Continued

13:30 - 15:30

BREAK OUT 1 - EARLY YEARS
Facilitator - Chrissy Cimino

SLEEP & SEIZURE MANAGEMENT IN THE EARLY YEARS
Assoc/Prof Honey Heussler, Medical Director of
Community Child & Youth Services, Queensland
Children's Hospital

SEIZURE MANAGEMENT VIA THE KETOGENIC DIET
Lyn Rocha, Angelman Parent

INTENSIVE MODEL OF THERAPY FOR NEUROLOGICAL
DISORDERS

Louise Conn, Director Of Client Service & Ali Gebhardt,
Clinical Director, NAPA

Emma Sneglar, Angelman Parent

EDUCATIONAL CHOICES - SETTING UP FOR SUCCESS
& INCLUSION

Diana Backhouse, Special Education Teacher,
Angelman Parent

BOUNDLESS LIVING
Rebecca Glover, Boundless Living with Bec

BREAK OUT 3 - ADULT YEARS
Facilitator - Vange Ignatiou

BREAK OUT 2 - TEEN YEARS
Facilitator - Lysandra Callahan

PUBERTY, HORMONES, ANXIETY AND ANGELMAN
SYNDROME
Assoc/Prof Jessica Duis, Children's Hospital Colorado

POSITIVE AND ACTIVE BEHAVIOUR SUPPORT
Christina Creech, Clinical Lead Positive Behaviour
Support and Head of Early Childhood Intervention,
Positive Moods

TURNING 16 - AMAJOR MILESTONE- CENTRELINK,
SCHOOL & TRANSITION TO ADULT SERVICES
Fiona Lawton, Director Neu Pathways Australia

FIT FOR LIFE - THE IMPORTANCE OF PHYSICAL
THERAPY IN NEUROLOGICAL CONDITIONS

Steve Wootten, Franchise Owner and Personal Trainer,
Fit Your Ability

SUPPORTED DECISION-MAKING: THE PRO'S AND CON'S OF GUARDIANSHIP
Leticia Grant, Advocacy Services Manager, Developmental Disability WA

INDEPENDENT LIVING - CREATING A GOOD LIFE/MICROBOARDS/IS THERE A BETTER WAY

Jaquie Mills, Managing Director, Microboards Australia

COMMUNICATION THROUGH THE AGES - IT'S NEVER TOO LATE TO START
Kate Thomson, Founding Director SpeechEase Speech Therapy

COMPREHENSIVE HEALTH ASSESSMENT PROGRAM - AN OVERVIEW
Professor Nick Lennox, University of Queensland; Federal Health Department, Senior Medical Advisor

PALLIATIVE CARE - PREPARING WITH DIGNITY
Judy Bourke, Marea Bourke's Guardian

AFTERNOON TEA

15:45 - 16:30

BREAKOUT SESSION SUMMARIES

Facilitators

RESEARCH OPPORTUNITIES
Fiona Lawton, ASAA President

STRATEGY, RESEARCH, RECOGNITION

INTERNATIONAL ANGELMAN DAY PROMOTION
Chrissy Cimino, ASAA Social Media Advisor

16:15
Fiona Lawton, ASAA President
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30 YEARS

OF ANGELMAN SYNDROME ASSOCIATION
IN AUSTRALIA

An Australian Angelman syndrome community was
first conceived in March 1993 at a meeting at St
George Hospital with a few families and Doctors
Robert Leitner and Ellie Smith.

From that first meeting, great things began to
happen.

The first Angelman Syndrome Conference was held in
October 1993, and the Angelman Syndrome
Association was officially created. Thank you to Annie
Cole for designing the founding logo for the ASA.

The first major achievement of the ASA was to
develop a multidisciplinary specialist disability health
service for all Angelman syndrome families in
Australia. Established in 1993 by Dr Robert Leitner
and Dr Ellie Smith and known as the Developmental
Assessment Service based at St. George Hospital,
Kogarah, NSW, this was the first Angelman syndrome
clinic in Australia and it provided a comprehensive
range of specialised multidisciplinary clinics for
children, adolescents and adults with AS and their
carers.

Dr Leitner and Dr Smith were the medical consultants
to the Angelman Syndrome Association for several
decades, and provided extraordinary support,
guidance, wisdom and expertise to the Association

and the growing Angelman syndrome community.
While they are now both now retired, they continue
to maintain a close and strong connection with our
community.

From its humble beginnings, the Association grew to
include representatives in each state who were the
first contact for many newly diagnosed families.
Some state-based organisations followed suit and the
ASA of NSW was joined by ASA of South Australia
and ASA of Western Australia.

In 2015 the Association added ‘Australia’ to our name
and we became the Angelman Syndrome Association
Australia Incorporated - with a new logo to herald the
next era of support, advocacy and raising awareness.

In 2019 we sighed a Memorandum of Understanding
with FAST Australia to formalise our collaborative
efforts and our shared vision for our Australian
Angelman community.

We are delighted to celebrate our 30 years of
Advocacy, Support and Awareness at this inaugural
Angelman Syndrome Collaborative Conference.

Thank you to ASAA Major Conference Donors - ASA
of NSW, ASA of WA and ASA of SA




ABOUT ASAA

Angelman Syndrome Association Australia (ASAA) is the key advocacy and peer
support organisation for people living with Angelman syndrome and their
families in Australia.

We are a volunteer committee consisting of family members of people living with Angelman syndrome (AS)
and we dedicate our time and expertise to supporting families, working with other rare disease and
Angelman organisations around the globe, and advocating at all levels of government, to create a better
world for people living with Angelman syndrome.

ASAA is a registered not-for-profit incorporated association and is registered under the Associations
Incorporation Act 1981. Our work over recent years has been guided by our Strategic Action Plan 2018 -
2023.

Our priorities for 2023 and the next few years include:

¢ To support families on their diagnostic journey and through all stages of life, with a focus on improving
Adult Health Services, the Mental Health of Carers, and developing a framework for Palliative Care

e To provide for families who are experiencing significant hardship due to crises or emergencies

« To develop and identify quality resources to help families in their day-to-day living including assisting
with the NDIS and Transition to Adult Services

¢ To advocate with governments at all levels for the implementation of recommendations from Roadmaps,
Government reports and the Disability Royal Commission for improvements in healthcare, disability
support, quality care and inclusion for people with disability

¢ To develop and promote resources to inform and educate medical and allied health professionals to
increase the accurate diagnosis rate of people with Angelman syndrome

*  To promote all research that will benefit families and individuals with Angelman syndrome and
collaborate with the Foundation for Angelman Syndrome Therapeutics (Australia) to encourage research
in Australia

info@angelmansyndrome.org | www.angelmansyndrome.org
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AUSTRALIA
ANGELMAN SYNDROME ASSOCIATION
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ASAA SPONSORS - 30 YEAR CELEBRATION

ANAPA J
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POSSIBILITIES FOR ALL ABILITIES

ASAA SPONSORS - ANGELMAN ACTIVITIES

disability fitness
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Our Shining Stars
Disability Support Service

What Ability |-/
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