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IGSR: The International Genome Sample Resource

Supporting open human variation data

Home About Data Help

The International Genome Sample Resource

The 1000 Genomes Project created a catalogue of commen human genetic variation, using openly consented samples from people who declared themselves to be healthy. The reference
data resources generated by the project remain heavily used by the biomedical science community.

The International Genome Sample Resource (IGSR) maintains and shares the human genetic variation resources built by the 1000 Genomes Project. We also update the resources to the
current reference assembly, add new data sets generated from the 1000 Genomes Project samples and add data from projects working with other openly consented samples.
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The Telomere-to-Telomere (T2T) consortium is an open, community-based effort to
generate the first complete assembly of a human genome.

Release of the first human genome assembly was a landmark achievement, and after nearly two decades of improvements, the current human reference genome (GRCh38) is the

most accurate and complete vertebrate genome ever produced. However, no one chromosome has yet been finished end to end, and hundreds of gaps persist across the genome.
These unresolved regions include segmental duplications, ribosomal rRNA gene arrays, and satellite arrays that harbor unexplored variation of unknown consequence.

We aim to finish these remaining regions and generate the first truly complete assembly of a human genome. The ultimate goal of this effort is to drive technology to dramatically

increase the throughput of complete, high quality telomere-to-telomere assemblies from diploid human genomes.
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National Human Genome
Research Institute
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Increasing potential for fast, cheap genomes may break
open hiology’s bottleneck and broaden clinical uses

A $100 genome? New DNA sequencers could be a

‘game changer’ for biology, medicine
“This is the year of the big shake-up.”

Ultima Genomics¢L %
UN 2022 - 1:15 PM - BY ELIZABETH PENNISI :/—71’#—

R =V I ANDKEEBSIIN TR OIS FRIAER TR
W EBLEBAREDSEALEY VIV AAAMNIEBETHARAENTNET,

«$100/ 927 I(=100:0 5/ L)DRIREENEEDNTULVET,

17
(Pennisi E. Science 2022)




® b/ LEEHIEEDBEANE

Genome Analysis Toolkit

Variant Discovery in High-Throughput Sequencing Data

atk
-“l“- gst practices™

Sequencing

Developed in the Data Sciences Platform at the , the toolkit offers a wide variety of tools with a primary focus on variant discovery and
genotyping. Its powerful processing engine and high-performance computing features make it capable of taking on projects of any size.

Find answers to your questions. Stay up to date on the latest topics. Ask questions and help others.

» : ’
Technical Documentation S Announcements

Algorithms, glossary, and other i Blog and events

. Getting Started

Best practices, tutorials, and other info

i | |

" to getyou started ._ ,,,,,,,,, _. detailed resources
Tool Index 5 Forum GATK Showcase on Terra
Purpose, usage and options for each e, Aisk our team for help and report Check out these fully configured
tool == issues workspaces

BT /LD I ADEEIEL LY, BIRNLT 21O RICEY,
=PI AT —2DEHRELR<EITEELE,
- KEBroadfiiZ AR BGATK best practiceshHhERTT ., |,

( https://gatk.broadinstitute.org/hc/en-us )
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(https:/ /www.ukbiobank.ac.uk/) ( https://topmed.nhlbi.nih.gov/ )

Enable your research | Explore your participation | Learn more about UK Biobank | Q

O\ |
N \\_\ NHLBI Trans-Omics for Precision Medicine

Projocstuds w | Workng Grovps » | Data w | Pubtcatons » | @ [ 151 | worishops

About TOPMed

Updated 11/30/2020

biobank’

Enabiing scienific discoveries inat improve human health

Enabling your vision to improve public health

Data drives discovery. We have curated a uniquely powerful biomedical database
that can be accessed globally for public health research. Explore data from half a
million UK Biobank participants to enable new discoveries to improve public
health.

Data Showcase Future data releases

To view member-only
content on this site, be
sure to log in. Learn more
Contents about TOPMed membership

« Overview

« Study Characteristics . .
sername

o Study Designs
o Participant Diversity

UK Biobank is a large-scale biomedical database and research resource, containing in-depth genetic and health Password -
information from half a million UK participants. The database is regularly augmented with additional data and is * Whele Genome Sequencing

globally accessible to approved researchers undertaking vital research into the most common and life-threatening * Resources for the Scientific Community

diseases. It is a major contributor to the advancement of modern medicine and treatment and has enabled several Overview Log in
scientific discoveries that improve human health. The Trans-Omics for Precision Medicine (TOPMed) program, sponsored by the National Institutes of Create new user account

Health (NIH) National Heart, Lung and Blood Institute (NHLBIY, is part of a broader Precision Medicine
Initiative, which aims to provide disease treatments tailored to an individual's unique genes and
environment. TOPMed contributes to this Initiative through the integration of whole-genome seguencing
(WGS) and other omics (e.g., metabolic profiles, epigenomics, protein and RNA expression patterns)
data with molecular, behavioral, imaging, environmental, and clinical data

= Forget your password?
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improve human health
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Gardnerella _
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Porphyromonas somerae
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Table 2 | Selected bioinformatic tools that facilitate GWAS-informed drug repurposing

Description

Single GWAS variant—gene drug repurposing

Single GWAS variant—gene drug repurposing
integrated with network-based prioritization using
genes from GWAS as seed genes

Identifies drug classes enriched for genes prioritized
from GWAS or pathways revealed by gene-set
association

Ranks drug repurposing candidates based on gene-
set association of genes targeted by a compound
and the direction of effect from a TWAS of its target
genes relative to the drug’s mechanism of action

Signature matching using TWAS results and drug
perturbagen expression data

Signature matching integrating GWAS with
disease-associated and drug-induced expression
profiles

TWAS software —results derived can inform drug
repurposing opportunities

TWAS software — results derived can inform drug
repurposing opportunities

Gene-based and gene-set association — results
derived caninform drug repurposing opportunities

Mendelian randomization methods — results
derived caninform drug repurposing opportunities

Code or website link
https://genetics.opentargets.org/
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http://pi.well.ox.ac.uk:3010/
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https://github.com/MRCIEU/
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