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The stories you are about to hear are from individuals and patient advocates that 

Illumina works with. The Illumina Global Patient Advocacy team works with patients, 

families, carers, and the groups that represent them in order to build evidence and 

advocate for the positive impact of genomics utilization. Patient advocates may be 

compensated for their time when sharing their stories. Their stories are a 

testimonial of the potential impacts and benefits genomics can have on disease. 

One person’s experience is not predictive of results in all disease cases, which may 

differ based on a variety of factors. Results in other cases may vary.
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The value of diagnosis
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Historically,

• As a mark – stigma

• Research and serendipitous discovery

• Orphan Drug Act 1983
• Language of Endings and Beginnings

Dia       -     gignōskein
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Where it all began...
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Understanding 

the challenge, 

together

Feb 2020
• Talking

• Listening

• Researching the literature
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Building a team...

• Feb 2021

• Ring20 
champions

• Families, helping 
families

• Getting everyone 
involved
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Hosting our 2nd 

ever Families 

Conference

September 2022

• Explaining genomic 
sequencing and how it might 
help

• The ring is merely a 
‘symptom’ – we need to 
find the root cause

• Lab tours

• Strawberry DNA extraction
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It takes a village...

How to get samples from patients to 

industry?
(solved by) February 2023

• Industry proposing R&D

• Patient Community willing to participate

A collaborative solution required…
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Our journey so far...

RAREsummit19/
Lily’s interview

Sep 2019

Initial meeting
Feb 2020

Ring20 
Champions 

formed
 Feb 2021

UNRAVEL 
launch

Apr 2021

Ring20 
animation
Feb 2022

Ring20 Families 
Conference
Sep 2022

Genomic Pilot 
Study 

commenced
Feb 2023

RARE summit 
Sep 2025

The future...?
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The Undiagnosed 

Hackathon

Pioneered in 2023 by the Wilhelm 

Foundation, and PhenoTips

Brings together the broadest possible 

array of tools alongside clinicians, 

bioinformaticians, molecular biologists, 

scientists, developers, AI specialists, 

and more to collaborate in solving some 

of the most difficult patient diagnoses 

globally.
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Illumina

Shirlene Badger

Thank you
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