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Hybrid Conference Programme

Start Finish  Presenter details

(BST) (BST)

Wednesday 11 June 2025

12:45 Briefing for Keynote & Session 1 speakers, microphone runners, chair, moderator & committee - Auditorium

Wellcome Connecting Science:
Nagehan Ramazanoglu Bahadir, Wellcome Connecting Science, UK

Scientific Programme Committee:
Leslie Biesecker - National Institutes of Health, USA

Sofia Douzgou Houge - Haukeland University Hospital/ Norwegian National Center for Rare Diagnoses, Norway
Julia Foreman - EMBL-EBI, UK

Aimé Lumaka - University of Kinshasa, Democratic Republic of Congo

Chair: Aimé Lumaka - University of Kinshasa, Democratic Republic of Congo
Moderator: Anna Axakova — University of Toronto, Canada

The Future of Genomics Diagnostics: Filling the Gaps

Heidi Rehm, Massachusetts General Hospital and Broad Institute of MIT and Harvard, USA

14:00 14:10 Comfort break

Chair: Leslie Biesecker - National Institutes of Health, USA
Moderator: Emily Nadeau - University of Vermont, USA

14:10 14:40 ACGS UK guidelines for genomic testing and variant classification in the NHS

Miranda Durkie, Sheffield Diagnostic Genetics Service, UK

14:40 15:10 The ACMG/AMP/CAP/ClinGen Standards for Sequence Variant Classification

Steven Harrison, Ambry Genetics, USA

15:10 15:25 Diagnostic comparison of two rare disease genomic sequencing studies with 1729 overlapping participants
Caroline Wright, University of Exeter, UK

15:25 15:40 Classification of variants of reduced penetrance in high-penetrance cancer susceptibility genes: Framework for genetics
clinicians and clinical scientists by CanVIG-UK (Cancer Variant Interpretation Group-UK)

Alice Garrett, Institute of Cancer Research, UK

15:40 16:20 Refreshment break and networking

16:05 Briefing for Session 2 speakers, chair & moderator - Auditorium
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https://www.genome.gov/staff/Leslie-G-Biesecker-MD
https://scholar.google.gr/citations?user=CekxifMAAAAJ&hl=en
http://www.ebi.ac.uk/
http://www.ardi.africa/
the-tgg.org
https://www.sheffieldchildrens.nhs.uk/staff/miranda-durkie/
https://www.ambrygen.com/providers/webinar/189/clingen-expert-panel-curation-with-steven-harrison-phd-facmg
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Chair: Sofia Douzgou Houge - Haukeland University Hospital/ Norwegian National Center for Rare Diagnoses, Norway
Moderator: Arina Puzriakova — Genomics England, UK

16:20 16:50 The Critical Assessment of Genome Interpretation establishes progress and prospects for computational genetic variant
interpretation methods

Predrag Radivojac, Northeastern University, USA

16:50 17:20 PhenoScore: Al-based phenomics to quantify rare disease and genetic variation
Alexander Dingemans, Radboud University, The Netherlands

17:20 17:35 From Computer to Clinic: Calibrating variant impact predictors yields a ClinGen clinical recommendation up to strong evidence
in genome variation interpretation

Steven Brenner, University Of California, Berkeley, USA

17:35 17:50 Pervasive ancestry bias in variant effect predictors
Joseph Marsh, University of Edinburgh, UK

19:30 Dinner

Bar open (card payments only)
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https://www.khoury.northeastern.edu/home/radivojac/
https://www.artcogsys.com/team/lex
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Thursday 12 June 2025
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Briefing for Session 3 speakers, chair & moderator - Auditorium

Session 3: Non-coding variation

Chair: Sofia Douzgou Houge - Haukeland University Hospital/ Norwegian National Center for Rare Diagnoses, Norway
Moderator: Kartik Chundru — University of Exeter, UK

Shedding light on the dark matter of the genome: finding causes of missing heritability in the non-coding genome
Nicky Whiffin, Big Data Institute, University of Oxford, UK

Beyond the genome: human genetics in the post-genomic era
Malte Spielmann, Institute for Human Genetics, Germany

Building process for evidencing disease causality of variants in non-coding, regulatory regions of the genome
Rehan Villani, Queensland Institute of Medical Research, Australia

How GENCODE is using long transcriptomic data to improve gene annotation

Adam Frankish, EMBL/EBI, UK

Refreshment break and networking

Briefing for Session 4 speakers, chair & moderator - Auditorium

Session 4: Somatic variation in non-neoplastic disorders

Chair: Julia Foreman - EMBL-EBI, UK
Moderator: Lucas Chataigner - Pasteur Institute, France

PIK3CA-Related Overgrowth: a geno-phenotypic spectrum of unique, clinically defined entities

Sofia Douzgou Houge - Haukeland University Hospital and University of Bergen, Norway

Tackling Mosaic Disorders

Veronica Kinsler, Francis Crick Institute, UK

Using somatic data to aid germline clinical variant interpretation in developmental disorders
Katrina Andrews, Wellcome Sanger Institute, UK

Single-molecule technologies advance the identification and interpretation of complex non-coding and mosaic structural
variants in inherited eye diseases

Stijn Van de Sompele, Ghent University Hospital, Belgium

Lunch and networking

Briefing for Session 5 speakers, chair & moderator - Auditorium
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https://www.bdi.ox.ac.uk/Team/nicola-whiffin
https://www.ikmb.uni-kiel.de/people/malte-spielmann/
https://scholar.google.gr/citations?user=CekxifMAAAAJ&hl=en
https://www.crick.ac.uk/research/find-a-researcher/veronica-kinsler
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Chair: Aimé Lumaka - University of Kinshasa, Democratic Republic of Congo
Moderator: Emily Nadeau - University of Vermont, USA

14:30 15:00 Screening 100,000 Newborns Using Whole Genome Sequencing: The Genomics England Generation Study
David Bick, Genomics England, UK

15:00 15:30 GUARDIAN: Genomic Uniform screening Against Rare Diseases In All Newborns
Wendy Chung, Boston Children's Hospital, USA - virtual speaker

15:30 15:45 Uncovering Incomplete Penetrance of Tuberous Sclerosis: Insights from a Population Cohorts and Implications for Genomic
Newborn Screening

James Fasham, Royal Devon and Exeter Hospital & University of Exeter, UK

15145 16:30 Refreshment break and networking

Chair: Leslie Biesecker - National Institutes of Health, USA
Moderator: Kartik Chundru — University of Exeter, UK

Panellists:
David Bick, Genomics England, UK

Wendy Chung, Boston Children's Hospital, USA - virtual panellist

Helen Firth, Cambridge University Hospitals Trust

Sarah Wynn, Unique, UK
Lauren Capacchione, Cambridge University Hospitals NHS Foundation Trust

19:10 Dinner

Bar open (card payments only)
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http://www.genomicsengland.co.uk/
https://wchunglab.com/
https://wchunglab.com/
http://www.genomicsengland.co.uk/
https://wchunglab.com/
https://wchunglab.com/
https://newn.cam.ac.uk/person/helen-firth
http://www.rarechromo.org/
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Friday 13 June 2025

09:15 Briefing for Keynote speakers, chair & moderator - Auditorium

Chair: Julia Foreman - EMBL-EBI, UK
Moderator: Lucas Chataigner - Pasteur Institute, France

Realising the Potential for Al in Genomic Medicine
lan Simpson, University of Edinburgh, UK

10:20 11:00 Refreshment break and networking

10:45 Briefing for Session 6 speakers, chair, moderator & committee - Auditorium

Chair: Vincent Harley - Hudson Institute Of Medical Research, Australia
Moderator: Anna Axakova — University of Toronto, Canada

11:00 11:30 Arole for multiplexed assays of variant effect in turning the tide of variants of uncertain significance?
Lizzie Radford, University of Cambridge, UK

11:30 12:00 Using multiplexed assays of variant effect to reduce the VUS burden in minoritised populations
Irene Gallego Romero, University of Melbourne, Australia

12:00 12:15 Comprehensively Testing the Functional Impact of Missense Variation in the STK11 Tumour Suppressor
Daniel Zimmerman, University of Pittsburgh, USA

12:15 12:30 The Atlas of Variant Effects at ~1%: leveraging ~280,000 variant effect measurements in 42 disease genes to resolve VUS
Lea Starita, University Of Washington, USA

Scientific Programme Committee:
Leslie Biesecker - National Institutes of Health, USA

Sofia Douzgou Houge - Haukeland University Hospital/Norwegian National Center for Rare Diagnoses, Norway
Julia Foreman - EMBL-EBI, UK

Aimé Lumaka - University of Kinshasa, Democratic Republic of Congo

12:45  13:45 Lunch and departures

13:45 Coach departure for Stansted and Heathrow airports
13:55 Coach departure for Cambridge train station and city centre
16:45 Late coach departure for Cambridge train station and city centre (for those attending the satellite workshop)
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https://biomedicalinformaticsgroup.github.io/
https://scholar.google.co.uk/citations?user=AtYpNEIAAAAJ&hl=en
https://findanexpert.unimelb.edu.au/profile/806586-irene-gallego-romero
https://www.genome.gov/staff/Leslie-G-Biesecker-MD
https://scholar.google.gr/citations?user=CekxifMAAAAJ&hl=en
http://www.ebi.ac.uk/
http://www.ardi.africa/

