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Why genetics?

• Heritability

• Major risk factor

Approaches
• Gene expression

• Differences between healthy and diseased tissue
• Models – stretch, pressure
• Unable to determine causation
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• Genome Wide Association Studies – GWAS
• Large datasets
• Data quality

Gene expression

• Extracellular matrix degradation
• MMPs
• TIMPs
• ADAMTS

Gene expression

• Extracellular matrix degradation
• MMPs
• TIMPs
• ADAMTS

• Angiogenesis
• cfos 



11/21/24

3

Gene expression

• Extracellular matrix degradation
• MMPs
• TIMPs
• ADAMTS

• Angiogenesis
• cfos
• CLOCK

Gene expression

• Extracellular matrix degradation
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• TIMPs
• ADAMTS

• Angiogenesis
• cfos
• CLOCK

• Inflammation
• NLRC5

Candidate genes
• FoxC2

• Notch3

• PIK3CA

• COL3A1

Genome Wide Association Studies

Interpretation

• Genetic associations vary among ancestries
• Non additive genetic variation
• Epigenetics
• Gene environment correlations
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Conclusion
• Increasing data from large scale population genetic studies

• Still limited understanding of clinical translation

• Heterogeneous studies

• Multidisciplinary approach

• Standardisation

PREVENTION

PROGRESSION

RECURRENCE

Thank you


