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INTRODUCTION
A Natural History study for Angelman Syndrome is important for several reasons:

• Driven by trained clinicians in a standardize form
• Characterize AS and identify demographics, genetic phenotypes, environmental impact and

other variables that correlate with AS and outcomes
• Study the indications of AS and how they progress over time, potentially patterns that might

otherwise go unnoticed
• Once significant natural history study data is available, it can help with patient care including

best practices of care and identifying research priorities
• Help stakeholders to get a better understanding of Angelman Syndrome

An encouraging number of developments are currently in the pipeline of Angelman Syndrome
therapeutics, with some of them already at clinical trial stage.

Nevertheless, clinical trial readiness is still largely immature.
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Natural history studies have paved the way to drug approval

Understanding of natural history, event free 
survival and CHOP intend validation

Succesful phase 3 design

Benefits of the Natural History for clinical trials are mainly to enable a smoother transition to clinical
trial and improve chances of success

• Identify potential trial endpoints and help plan the trial

• Identify potential sites and establish early relationships to gauge suitability

• Engage patients ahead of clinical trial recruitment

• Engage with potential Biotech and leverage resources



CONCLUSION
With your help and the support of the AS UK community, we hope that 
this study will achieve the following main endeavours:
• Help characterize Angelman Syndrome
• Help with patient care including best practices of care and identifying 

research priorities
• Contribute to clinical trial readiness for Angelman Syndrome

Let’s make it a resounding success!

We welcome collaboration with all associations, research teams or 
prospective natural history studies.

Natural History Contacts:
Prof Laurent Servais: laurent.servais@paediatrics.ox.ac.uk
Dr Theodora Markati: theodora.markati@paediatrics.ox.ac.uk
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