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Disclosures & Background
No conflicts of interest but take my perspectives with a grain of salt anyway

No financial conflicts: I have no employer or income 

Lead author on forthcoming paper with World Economic Forum building 
the case for greater investment in rare disease data

Recently employed as Healthcare Engagement Lead at Roche Diagnostics 
Asia Pacific (2020 – 2024)

Previously ran consultancy doing research, marketing, and business 
services for healthcare firms in Asia Pacific  project work in genomics, 
precision medicine, and AI topics



How AI powers my personal and professional life
I use it almost every day to support my son’s care and research/advocacy work

Care Research Advocacy



Our caregiver journey predates the current AI boom
It all began with Ari’s birth in December 2021



We knew right away that something wasn’t right
Ari had many of the signs and symptoms of a genetic condition

- Low birth weight
- Inability to cry or drink
- Hypotonia (floppy muscles)
- Other worrying signs



What is Prader Willi syndrome? 
A rare and serious genetic disease impacting 1 in 15,000 live births

- Hyperphagia, i.e. feeling 
hungry all the time 

- Anxiety and behavioral 
challenges

- Intellectual disability 
- Developmental delays 
- Other medical problems



No time for self-pity
We needed to get Ari on a treatment plan, and fast



First steps into rare disease research and advocacy
Raising awareness for PWS and rare disease research



Discovering AI after moving to the US
First in the context of reviewing grants for FPWR…oops



Using AI to manage our son’s care
Privacy and data security are not particularly high concerns for us



Using AI for rare disease research and advocacy
I barely even write an email these days without running it through an AI



Final thoughts
AI is still imperfect but pretty darn useful

- Patients and caregivers are using AI for 
everything, and unlikely to stop

- Data privacy matters, but for many 
caregivers, quick answers matter more

- We still need human intelligence to point 
AI in the right direction


	AI in genomic medicine �and rare disease research: �a caregiver’s perspective
	Disclosures & Background
	How AI powers my personal and professional life
	Our caregiver journey predates the current AI boom
	We knew right away that something wasn’t right
	What is Prader Willi syndrome? 
	No time for self-pity
	First steps into rare disease research and advocacy

	Discovering AI after moving to the US
	Using AI to manage our son’s care
	Using AI for rare disease research and advocacy
	Final thoughts

