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Background: The GREGoR Consortium (Genomics Research to Elucidate 
the Genetics of Rare diseases) seeks to discover the cause of currently 
unexplained Mendelian genetic disorders through the application and 
standardization of new -omic technologies and diagnostic approaches.

Data availability
● The GREGoR Dataset is available on AnVIL, and can be 

accessed with an approved Data Access Request for 
dbGaP study phs003047.

● Single nucleotide variants and indels derived from GREGoR 
short-read WGS data are publicly available and searchable 
at https://variants.gregorconsortium.org

Figure 5. Cloud-based data processing for the GREGoR 
Consortium. Research Center data is uploaded to AnVIL and 
integrated into the GREGoR Data model using validation 
workflows. The Data Coordinating Center combines uploaded 
data into a consortium dataset and performs uniform 
processing to produce a joint callset from  short-read WGS data. 

Figure 1. Overview of the GREGoR Combined Consortium Dataset across 
data upload cycles. Vertical grey lines correspond to Consortium Datasets 
released externally on AnVIL. Researchers may apply for access via dbGaP 
(study ID: phs003047).

Table 1. Summary of solve status in the 
GREGoR Dataset.

Figure 4. Common HPO terms in the 
GREGoR Dataset. 

Figure 3. Samples with multi-omic data 
in the GREGoR Dataset.  

Figure 2. Family structure in the GREGoR 
Dataset.
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