
          

AmbryShare: A new model to foster a global effort for 

sharing genomic data to better understand human disease 

 

 

 In the era of genomic testing, large amounts of sequencing data are 

available per individual.  

 This data has proven to be valuable at the individual level as well as the 

cohort level to determine pathogenicity of variants, identify rare disease-

causing variants, discover novel disease-associated genes and identify 

protective genes.  

 A few large general population datasets are available for use, however, 

most are compiled from healthy cohorts and typically used as reference 

data.  Additionally, some datasets merge exome data from multiple 

sources using various platforms and techniques, presenting significant 

challenges in data analysis. 

 This data is often kept private or made proprietary to support internal 

research efforts and novel discoveries or sold for profit to pharmaceutical 

companies. 
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• We plan to include data on patients 
with a variety of cancer and non-
cancer disease types 

• Additional IRB approval will be 
obtained as opportunities for 
additional research and data 
discovery present.  

• We hope to collaborate with 
clinicians and researchers in the U.S 
and internationally to further the 
understanding of the diseases 
studied.  

• All data shared publicly will still 
remain de-identified to protect 
patient privacy. 

 

• The initial AmbryShare protocol was submitted to an 

external Institutional Review Board (IRB), and determined to 

be exempt from IRB review.  

• 10,000 samples were selected from patient samples 

received at Ambry Genetics for clinical testing. 

• Inclusion criteria included patients with a diagnosis of breast 

and/or ovarian cancer.  

• Patients who declined the use of their sample for research 

were automatically excluded.  

• The samples underwent whole exome sequencing all under 

the same platform at a single laboratory. 

• The anonymized aggregate variant data from these exomes 

were compiled into a database called AmbryShare.  This 

database was made publically available in March 2016 
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• Here we provide an example of 

a paradigm shift for the use of 

genomic data to promote a 

global effort that freely shares 

data to promote a collaborative 

effort to better understand the 

human genome and how it 

contributes to human disease.  

 

• This effort initially focused on 

breast and ovarian cancer but 

will continue for various other 

cancer and non-cancer 

phenotypes. 
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