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Rare Diseases BioResource

Over 60 disease areas including immunology, neuroscience,
haematology, rheumatology, cardiovascular disease, and more

Data types available

24,536 participants publications
supported100+

ThermoFisher UKBiobank v2.1 Genotype Array (1,600 participants)
Whole Genome Sequencing (subset of ~8,500 participants, Illumina 150bp) 
Metabolome data (subset of 344 participants Metabolon)
Clinical Report Form

Long Read Sequencing (LRS) Project
Currently in production, target is 4,000 Rare Disease participants using Oxford
Nanopore Technology with 30x coverage genomes
Potential to provide additional detail when analysing genomes, particularly for
complex structural variants, repeat regions and methylation
Aim to sequence thousands of genomes over next year, in the following areas:

Rare Diseases
Eating Disorders (Mental Health)
Population cohort

RNA Omics Project
~1,000 participants across 17 rare diseases were recruited into the project - full list
Short and long read WGS
RNA Sequencing of 4 blood cell types: Neutrophils, CD4, Monocytes, Platelets
Proteomics (mass spec) of the 4 cell types and plasma
Blood count data

For more information, visit our website, or get in touch with us via email

https://www.bioresource.nihr.ac.uk/imid/
https://bioresource.nihr.ac.uk/rare
mailto:imid@manchester.ac.uk
mailto:nbr@bioresource.nihr.ac.uk
https://www.bioresource.nihr.ac.uk/centres-programmes/long-read-sequencing-project/
https://gbr01.safelinks.protection.outlook.com/?url=https%3A%2F%2Fbioresource.nihr.ac.uk%2Fcentres-programmes%2Frare-diseases-bioresource%2Frare-diseases-rna-phenotyping-project%2F&data=05%7C02%7CAlicia.Catling%40bioresource.nihr.ac.uk%7Ce5f179cb0d994658539008df1264a204%7C01eb329cf8be477cb9fe71e3853c8bd1%7C0%7C0%7C639249895571367952%7CUnknown%7CTWFpbGZsb3d8eyJFbXB0eU1hcGkiOnRydWUsIlYiOiIwLjAuMDAwMCIsIlAiOiJXaW4zMiIsIkFOIjoiTWFpbCIsIldUIjoyfQ%3D%3D%7C0%7C%7C%7C&sdata=HNwh8ZbtJ24LUaBW8fGaR7WdtZ7YSLIyqBB61jtR9lk%3D&reserved=0
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