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What do we know about uveitis genomics?

• Kuiper JJ, et al. 2014. GWAS identifies a functional ERAP2 haplotype associated 
with birdshot chorioretinopathy. 

• Robinson PC, et al. 2015. Acute anterior uveitis and ankylosing spondylitis. 
Similarities and differences. 

• Huang XF, et al. 2020. GWAS in AAU – new loci. 
• de Groot EL, et al. 2023. Association of Risk Variants in the CFH Gene With 

Elevated Levels of Coagulation and Complement Factors in Idiopathic Multifocal 
Choroiditis. 

• Gelfman S, et al. 2023. GWAS meta-analysis in anterior uveitis. 
• Koskimaki F, et al. 2025 GWAS in anterior uveitis. 



I3eye rationale

• Inflammatory eye diseases are rare, heterogeneous, and 
underpowered for genetics
• Single-centre cohorts → miss modest-effect variants
• Biobanks 
• ICD codes lack phenotypic precision 
• Intermediate and posterior uveitis infrequent

• Need global scale + diversity to: 
• Detect genetic risk 
• Understand shared immune pathways (e.g. MS, sarcoidosis) 
• Enable precision medicine and trial stratification



International Glaucoma Genetics Consortium
2010–13

Consortium Formation
~8 loci 2013–17

Expansion
100k+ samples 2018–21

Breakthrough
127 loci

2021–23
IOP, CDR, Biologic

Pathways

2023 + 
>600k . Translational

500 loci, PRS, molecular 
pathways & mechanism

From small cohorts → global scale →
biological insights → precision medicine

Scaling to Impact (~15 years)



International MS Genetics Consortium
2003-2007

Consortium Formation
First GWAS: IL2RA, IL7R

2007-2013
Expansion, 5k cases

20-50 loci

2011-2015
First international GWAS

52 loci (29 novel)

2015-2019
47k cases, 200+ loci

Strong enrichment in T 
and B cell pathways

2023 + 
Severity & Translation, GRS

First genetic variant for 
disease severity

From 2 loci → 200 loci→
mechanisms → disease progression biology

Scaling to Impacts (~15 years)

2020-2023
Functional genomics + 

fine mapping, 
epigenomics, gene 

expression





Small GWAS studies 
from 2014.

Anterior uveitis /  
biobank studies

Expressions of Interest
Governance / MOU

i3eye Genomics Consortium: where are we?

2025
I3eye launch

Single GWAS, 
functional analyses, 
proteomics studies

But inflammatory eye conditions are not one 
disease



Expressions of Interest from 
both academic biobanks 

(Unavailable to Industry) and 
smaller case/control studies, 

and also potential new 
clinical academic 

collaborators, not yet 
collecting samples

Governance / MOU

Harmonise data collection 
fields

Many centres, contributing small and 
well phenotyped ‘n’, with multiomincs, 
over a long period of time -> Stratified 

meta-analyses

i3eye Genomics Consortium: Strategic Vision

2025
I3eye launch

Not only drug discovery, but deep 
phenotyping to yield clinically 
actional risk stratification for clinical 
care management



i3eye

BIOBANKS
- MVP
- All of Us
- Geisinger/Regeneron
- JERA (Kaiser)

BIOBANKS
- UKBB
- OurFutureHealth
- 23andMe
- Genes&Health
- EPICNorfolk
- Estonian BB
- Finngen



The history of genomics consortia tells us that rare, 
heterogeneous, immune-mediated eye diseases will not 
yield their biology to isolated studies or biobank meta-
analyses alone. They require what i3Eye is building: 
phenotypic enrichment at scale, diversity, harmonisation 
and trust, for stratified meta-analyses. 





What i3Eye offers is simple: you keep ownership of your 
data, but gain the power of global scale through a long-
term academic collaboration—within a framework that 
ensures fairness, credit, and scientific impact
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