
Background: The GREGoR Consortium (Genomics Research to Elucidate the Genetics of Rare diseases) 

seeks to develop and apply approaches to discover the cause of currently unexplained Mendelian  

genetic disorders. 

GREGoR Consortium Data is available on NHGRI’s AnVIL platform.

Researchers can access GREGoR data via dbGaP study phs003047. 

The GREGoR Consortium data model available at https://github.com/UW-GAC/gregor_data_models
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Using AnVIL workspaces for GREGoR Data Sharing and Analysis
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Probands 951 854 75

Other Affected 182 157 7

Unaffected 1239 86 59

Possibly Affected or 
Unknown Status 140 10 0

Total 2512 1107 141
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 WHO SHOULD
 STOP HERE?

○ Rare disease curators/analysts/tool 

developers
○ Clinicians who want to query patients’ 

variants in a rare disease cohort

○ Bioinformaticians interested in data 

processing and modeling

○ Anyone interested in accessing a rare 

disease dataset

Family sizes in the GREGoR 

Dataset (N = 990 families)
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Most Frequent GREGoR Phenotypes (HPO Term Counts)


