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Five Year Vision 

Excel in the use of genomics to 
tailor health care 

Clinical genomes available for research use 

Clinically driven Shared & 
collaborative 



Melbourne Genomics Health Alliance 



Demonstration Project- 12 months 

 Prospective recruitment  
 Whole exome sequencing  
 Targeted analysis  
 In parallel with usual investigations 

               n= 200 patients 
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Systems operational 

Variant Curation 
Database 

Common 
Bioinformatics 

Pipeline 
Multidisciplinary 

review (16) 

Shared ethics and consent 
Agreed (draft) standards, 

guidelines, templates 

Bioinformatics and Genomics  
Advisory group 

Clinical Interpretation 
and Reporting advisory 
group 



Demonstration Project 

Enrollment complete n=220 

Evaluation:  

1. Process: barriers, issues, requirements 

2. Performance: diagnosis, cost, time 

3. Threshold analysis: conditions for financial viability 

4. Health economic analysis 

                
State Government has now 

invested $25M for next four years 
– expand across whole of state 
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+ Australian Genomics Health Alliance 
 

Vision  
A national collaborative diagnostic and research network 







+ Where can Global Alliance Help?  
  
An international data repository: scalable, shared and standardised 
 
 Clinical data: Standardisation of ontologies for phenotypic clinical 

data 
 Genomic data: Agreed standards and guidelines across diagnostic 

laboratories for variant curation and classification, and the reporting of 
patient results. 

 Development of national standards for patient reports 
 Development of a data sharing systems that allows for clinical utility 

throughout a patient’s life  
 Registries: National and international linkage 
 Development of standards and protocols for governance and sharing 

of genomic data – national and international. 
 Establishment of systems to make the genomic data available to 

researchers 
 Development of robust systems and policy to ensure data security, 

integrity and quality. 
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