SUPPLEMENTARY INFORMATION

Germline pathogenic variants in HNRNPU are associated with alterations in blood methylome
Short title: HNRNPU episignature

Authors: Sunwoo Lee!, Eguzkine Ochoa!, Magdalena Badura-Stronka?, Deirdre Donnelly’, Damien Lederer,

Sally A Lynch®, Alice Gardham®, Jenny Morton’, Helen Stewart®, France Docquier!?, Fay Rodger!’, Ezequiel

Martin'®, Ana Toribio!’, Eamonn R Maher!”, Meena Balasubramanian'®!"*

1. Department of Medical Genetics, University of Cambridge, Cambridge CB2 0QQ, UK
2. Poznan University of Medical Sciences, Poland

3. Northern Ireland Regional Genetics Centre, Belfast Health and Social Care Trust/City
Hospital, Belfast, Northern Ireland, UK

4. Centre for Human Genetics, IPG, Charleroi, Belgium

5. Department of Clinical Genetics, Our Lady’s Children’s Hospital, Crumlin, Dublin, Republic
of Ireland

6. London North West University Healthcare NHS Trust Genetics Service, Middlesex, UK

7. West Midlands Regional Clinical Genetics Service and Birmingham Health Partners,
Birmingham Women’s and Children’s Hospitals NHS Foundation Trust, Birmingham, UK

8. Oxford Centre for Genomic Medicine, Oxford University Hospitals NHS Foundation Trust,
UK

9. Stratified Medicine Core Laboratory NGS Hub, Cambridge Biomedical Campus, Cambridge,
UK
10. Department of Oncology & Metabolism, University of Sheffield, Sheffield, UK

11. Sheffield Clinical Genetics Service, Sheffield Children's NHS Foundation Trust, Sheffield,
UK

*Joint corresponding authors

Dr Meena Balasubramanian, Department of Oncology & Metabolism, University of Sheffield, UK. Email:
meena.balasubramanian@nhs.net/ m.balasubramanian@sheffield.ac.uk

Professor Eamonn Maher, Department of Medical Genetics, University of Cambridge, UK. E-mail:
erm1000@medschl.cam.ac.uk

Contents:

[Supplementary Table 1] Number of sequencing coverage and mapped reads


mailto:meena.balasubramanian@nhs.net/

Supplementary Table 1 Number of mapped reads

Sample Total reads processed Number of mapped reads (bismarkcov)
Patient 1 33,864,153 9,476,634

Patient 2 54,583,274 11,312,506

Patient 3 19,416,856 8,915,639

Patient 4 46,392,754 15,680,389

Patient 5 48,211,581 9,990,357

Patient 6 34,989,055 9,476,001

Patient 7 51,053,405 11,073,213




