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The first release of the GREGoR Consortium Data 
Set is registered with dbGaP: study phs003047
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Participants 2512 
(1130 affected)

Families 990

Short read whole exome sequence 997

Short read whole genome sequence 2438

RNA-seq 183

Genome Build GRCh38

Size (TB) 72.9



Accessing the GREGoR Consortium Dataset

● The GREGoR Consortium is among the first NHGRI efforts to release 
Consortium Data via the NHGRI Analysis Visualization and Informatics 
Lab-space (AnVIL)
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What is AnVIL?

The Analysis, Visualization and 
Informatics Labspace (AnVIL) 
is a data commons platform 
funded by the National Human 
Genome Research Institute. 

It  leverages Terra, a 
cloud-native, open platform that 
connects researchers to each 
other and to the datasets and 
tools they need to achieve 
scientific breakthroughs.
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https://anvilproject.org/
https://anvilproject.org/
https://terra.bio/
https://leanpub.com/universities/courses/terra/intrototerra


Logging in to AnVIL
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https://anvil.terra.bio
(blue color scheme)

OR

https://app.terra.bio 
(green color scheme, 

access to beta features) 

https://anvil.terra.bio
https://app.terra.bio


GREGoR Consortium Data Workspace Dashboard
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Working with GREGoR Data on AnVIL
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● Interactive analysis
○ Jupyter notebooks (Python, R)
○ RStudio (with Bioconductor installed)

● Workflows
○ WDL workflows for now, others on AnVIL development roadmap

● Other tools
○ Seqr
○ IGV
○ export/download (note: requester pays)
○ Command line/gsutils or GCP virtual machines

https://seqr.broadinstitute.org/
https://igv.org/
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Data Tables

Combined Data Workspace - Data Tab



Workspace 
Tables

=
GREGoR 

Data Model

9Data model available at https://github.com/UW-GAC/gregor_data_models 

https://github.com/UW-GAC/gregor_data_models


To Summarize: How to gain access and begin analyzing 
GREGoR Data
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1. Submit Data Access Request to NHGRI

2. Log in to AnVIL with AnVIL account linked to eRA ID

3. Clone the most recent released GREGoR Dataset Workspace 
(e.g. AnVIL_GREGOR_RELEASE_01_GRU or 
AnVIL_GREGOR_RELEASE_01_HMB)

4. Conduct your analysis using your cloned workspace



More about the GREGoR Dataset: family structure
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Family Size Distribution Proband relationship (%)



More about the GREGoR Dataset: phenotypes

● 1,274 Participants with 
HPO-encoded phenotypes

● 1,457 Unique phenotype
terms (HPO)
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Most common phenotype terms

HP: 0001263 Global developmental delay N = 
205

HP: 0001250 Seizure 130

HP: 0001252 Hypotonia 119

HP: 0001249 Intellectual Disability 110

HP: 0001324 Muscle weakness 93

HP: 0002011 Morphological central 
nervous system abnormality

91



More about the GREGoR Dataset: molecular data
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Experiment Type Number of 
Participants

DNA short read only (WGS 
and/or WES)

2266

RNA-Seq only 5

DNA and RNA 187



The future:
Expanding the 
GREGoR Dataset

- Additional 
participants

- Additional 
experimental data 
types
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Upload Cycle R01 Future

Data Model 1.1 1.?

Included Data 
Types

Family 
structure,

Phenotype,

Short Read 
DNA,

Short Read 
RNA

Short Read DNA,

Short Read RNA,

Expanded Genetic 
Findings,

Long Read DNA 
(Nanopore),

Long Read DNA  
(Pac Bio),

ATAC-Seq,

Joint Callset, 

Optical Mapping,

Functional Data



Housekeeping notes

Session Feedback and Interest Survey
https://tinyurl.com/gregor-post-session-survey
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● Please register your attendance 
at this session on the sign-in 
sheets on the back table

● Learn more about GREGoR at 
https://gregorconsortium.org/

● Visit GREGoR Posters at ASHG!

● Contact the GREGoR Data 
Coordinating Center via email at 
gregorconsortium@uw.edu

https://gregorconsortium.org/
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Questions 
or 

Comments


