
 

 

 

 

 

  

 

 

  

 

Thursday 23 – Friday 24 November 2017  

Day 1: 9am – 4.50pm 

Day 2: 9am – 4.40pm 

 

The Innovation Centre, Streatham Campus,  

University of Exeter, EX4 4RN 
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Welcome 

Exeter Expert Series – Gastroenterology 

Practical Genomics with a Clinical Perspective 

 

It gives us great pleasure to welcome you to the beautiful campus here at the University of 

Exeter for the third in a new series of genomics masterclasses with an emphasis on clinical 

application. 

Our workshop focuses on Gastroenterology, organised as a collaboration between the 

Royal Devon and Exeter NHS Foundation Trust, the University of Exeter Medical School, 

and Health Education England. Over the next two days, we have an exciting programme 

delivered by some of the leading experts in the field. The first morning will bring everyone 

up to speed on basic concepts in genomics, including key terminology, inheritance patterns, 

and genomic technologies. The remaining day and a half will establish how these concepts 

pertain to the gastroenterology field, covering the genetics of gastrointestinal cancers, liver 

disease and inflammatory bowel disease. We will also extend beyond human genetics to 

include talks on epigenetics and the gut microbiome. The major advances in genomic 

medicine have been crucial for improvements to personalised patient management, and this 

masterclass will endeavour to address how genetics can and will be appropriately integrated 

into clinical care, both now and in the future. 

Within this booklet you will find details on all of our speakers and a summary of topics they 

will cover in their sessions. It is our earnest hope that you find this masterclass hugely 

beneficial, and look forward to any feedback that you may have. 

 

Best Regards, 

 

 

 

 

  

 
Join the conversation and share your thoughts @ExeterMed using #ExeterGastroGenomics 
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Dr Nick Kennedy 

Consultant Gastroenterologist 

Royal Devon and Exeter NHS 

Foundation Trust 

Dr Tariq Ahmad 

Consultant Gastroenterologist 

Royal Devon and Exeter NHS 

Foundation Trust 



 

 

 

Programme for Thursday 23 November 

 

Day 1: 23
rd 

November 2017 

Introduction to Genomic Medicine 

Learning Objectives 

Participants will be able to: 

 Understand the meanings of the terms used in genomic medicine 

 Describe disease inheritance patterns of common and rare diseases 

 Construct a pedigree from clinical information and understand the value of taking a 

good family history 

 Differentiate between genomic technologies in terms of the types of data that results 

from them and why they are useful 

 

Schedule 

Time Topic Speaker 

9:00 – 10:00 Structure of a gene, a genome, 

variants. Complexity and order of 

magnitude, examples of relevance 

to medicine 

Dr Sawsan Khuri 

Honorary Senior Lecturer, 

University of Exeter 

10:00 – 11:00 Inheritance patterns, Mendelian, 

non-Mendelian, family and 

population levels, learning through 

clinical examples 

Dr Sawsan Khuri 

Honorary Senior Lecturer, 

University of Exeter 

11:00 – 11:15 Break  

11:15 – 12:00 Clinical stories workshop to 

illustrate genomics concepts with 

clinical examples 

Dr Matilda Bradford 

Registered Genetic Counsellor, 

Peninsula Clinical Genetics 

Service 

12:00 – 13:00 Genomic medicine technologies 

relevant to the clinic 

Dr Leigh Jackson 

Academic Lecturer, University 

of Exeter 

13:00 – 14:00 Lunch  
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Programme for Thursday 23 November – Continued 

 

Day 1 continued 

Gastroenterology Speciality Focus 

Learning Objectives 

Participants will be able to:  

 Develop an understanding of complex disease genetics, and in particular, advances in 

our understanding of the genetic basis for bowel and liver diseases such as 

inflammatory bowel disease 

 Learn about advances in pharmacogenetics and how we can use genetic testing to 

improve safe and effective treatment of gastrointestinal disorders· 

 Appreciate how genome and exome sequencing can be used in individual patients for 

diagnosis of rarer gastrointestinal disorders and to target cancer therapies more 

effectively 

 

Time Topic Speaker 

 

14:00 – 14:35 Inborn errors of metabolism 

relevant to gastroenterology and 

porphyria 

Dr Sharon Whatley 

Clinical Scientist, University 

Hospital of Wales 

14:35 – 15:10 Barrett’s and oesophageal cancer Dr Gianmarco Contino 

Clinical Lecturer, University of 

Cambridge 

15:10 – 15:40 Break  

15:40 – 16:15 Familial colorectal cancer 

syndromes 

Professor Malcolm Dunlop 

Professor, University of 

Edinburgh 

16:15 – 16:50 Personalising cancer therapy using 

genome sequencing 

Dr Yvonne Wallis 

Consultant Clinical Scientist, 

West Midlands Regional 

Genetics Laboratory 
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Programme for Friday 24 November 2017 

 

Day 2: 24
th

 November 2017 

09:00 – 09:35 Congenital disorders of 

hyperbilirubinaemia  

Dr John Christie 

Lecturer, University of Exeter 

09:35 – 10:10 Genetics of iron overload Dr Bill Griffiths 

Consultant Hepatologist, 

Addenbrooke’s Hospital 

10:10 – 10:45 Pharmacogenetics of DILI Dr Jane Grove 

Assistant Professor, The National 

Institute for Health Research 

Nottingham Biomedical Research 

Centre 

10:45 – 11:15 Break  

11:15 – 11:50 Gene discovery in inflammatory 

bowel diseases 

Dr Miles Parkes 

Consultant Gastroenterologist, 

Addenbrooke’s Hospital 

11:50 – 12:20 Monogenic IBD-like disorders Professor Holm Uhlig 

Associate Professor, University of 

Oxford 

12:20 – 13:10 Lunch  

13:10 – 13:40 Microbiome in gastrointestinal 

disease 

Dr Jonathon Segal 

Research Fellow, St Mark’s 

Academic Institute 

13:40 – 14:10 Epigenetics of inflammatory 

bowel disease 

Dr Rahul Kalla 

Gastroenterology Registrar, 

Northwest Deanery 

14:10 – 14:40 Prognostication Dr Gareth Walker 

Gastroenterology Research Fellow, 

Royal Devon and Exeter NHS 

Foundation Trust 

14:40 – 15:00 Break  

15:00 – 15:30 Pharmacogenetics of OBD 

therapy 

Dr Tariq Ahmad 

Consultant Gastroenterologist, 

Royal Devon and Exeter NHS 

Foundation Trust 

15:30 – 16:00 Bringing genetics to the 

gastroenterology clinic 

Dr Nick Kennedy 

Consultant Gastroenterologist, 

Royal Devon and Exeter NHS 

Foundation Trust 

16:00 – 16:30 Genomics England, the 100k 

genomes project and ethical 

implications 

Dr Emma Baple 

Clinical Lead for Rare Disease 

Validation and Feedback, 

Genomics England 

16:30 – 16:40 Summary and last words Dr Tariq Ahmad 

Dr Nick Kennedy 
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Speaker Biographies 

 

Dr Nick Kennedy  

 

Nick is a Consultant Gastroenterologist at the Royal Devon and Exeter 

NHS Foundation Trust and Honorary Clinical Senior Lecturer at the 

University of Exeter Medical School. His clinical and research interests 

are in inflammatory bowel disease (Crohn’s disease and ulcerative colitis), 

and he is driven to improve the diagnosis and treatment of these chronic 

inflammatory conditions. He has experience in co-ordinating large multi-

site projects to obtain clinical data and biological samples from IBD 

patients and skills in managing complex clinical and molecular datasets. 

He has a particular interest in the contributions of genetics, epigenetics 

and the gut microbiota to the development, progression and treatment response in IBD. He is a 

member of the UK and international IBD genetics consortia, sits on the British Society of 

Gastroenterology (BSG) IBD clinical research group and is one of the group leaders within the BSG 

IBD guidelines group. He is also an associate editor of Alimentary Pharmacology & Therapeutics. 

 

15:30 – 16:00 Bringing genetics to the gastroenterology clinic 

Email: nick.kennedy1@nhs.net 

 

 

 

Dr Tariq Ahmad 

 

Tariq was appointed Consultant Gastroenterologist to the Royal Devon 

and Exeter NHS Foundation Trust and Honorary Senior Lecturer at the 

University of Exeter Medical School in 2007.  Tariq graduated from 

Bristol University in 1992 and completed higher specialist training in 

gastroenterology in Oxford where he developed a particular interest in 

inflammatory bowel disease. Tariq was awarded a D. Phil from Oxford 

University in 2003 for his research into the genetics of IBD.  

Tariq integrates a busy NHS clinical practice with research, both clinical 

trials in IBD and translational research. Tariq is a principal investigator of the UK IBD Genetic 

Consortium, a group which has led many of the advances in IBD genetics over the last decade. The 

Exeter IBD research focuses on the development and implementation of genetic and serological 

tests to allow individualised treatment strategies, maximising benefit and minimising harm. The 

group leads several nationwide NIHR portfolio studies including PRED4 and PANTS. 

 

15:00 – 15:30 Pharmacogenetics of OBD therapy 

Email: tariq.ahmad1@nhs.net 
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Dr Sawsan Khuri 

 

Sawsan is an Honorary Senior Lecturer on the Education and Scholarship 

track at the University of Exeter Medical School. She has recently moved 

here from the University of Miami, Florida, where she was both faculty 

and the Director of Engagement at their Center for Computational 

Science. Sawsan’s expertise is in bioinformatics with a focus on functional 

genomics, and she is fascinated by the wide range of mechanisms 

available in a cell for the regulation of gene expression. Sawsan is also a 

leader in team science education, which is the skill set necessary for 

effective research collaboration. She co-wrote the Team Science 

Glossary and leads the Team Science Educators group on LinkedIn. 

 

9:00 – 10:00  Structure of a gene, a genome, variants. Complexity and order of 

magnitude, examples of relevance to medicine 

 

10:00 – 11:00 Inheritance patterns, Mendelian, non-Mendelian, family and 

population levels, learning through clinical examples 

Email: S.Khuri@exeter.ac.uk 

 

 

Dr Maltilda Bradford 

 

Matilda is a Registered Genetic Counsellor who works as part of the 

Peninsula Clinical Genetics Service, seeing both cancer and general 

cases. She is involved with variant interpretation initiatives and is 

passionate about empowering Genetic Counsellors to be active in this 

area. Prior to training as a Genetic Counsellor, Matilda completed a 

PhD on genetic contributors to schizophrenia. She retains a special 

interest in this area and is a co-investigator on the Psychiatric Genetic 

Counselling for Healthcare Professionals (PGC4HP) project. 

 

11:15 – 12:00 Clinical stories workshop to illustrate genomics concepts with 

clinical examples 

Email: matildabradford@nhs.net 

  

6 

mailto:S.Khuri@exeter.ac.uk


 

 

 

Dr Leigh Jackson 

 

As a Lecturer in Genomic Medicine, Leigh is experienced in both 

laboratory-based and social science work. His previous position at the 

South West NHS Genomic Medicine Centre was based around 

informed consent for genetic testing in research. His research is a 

natural extension of his time based in a research laboratory within 

Derby General Hospital, during which time he was responsible for 

obtaining informed consent to participate in genetic research from 

women undergoing clinical treatment.  

Leigh progressed into social science research, helped enormously by his involvement in a 

number of pan-European, multi-disciplinary, multi-partner projects, where he worked alongside 

the preeminent clinical, ethical and social researchers in genetics. He spent time deployed in 

Sierra Leone as part of the UK Ebola response where he was responsible for diagnostic testing of 

samples for Ebola and malaria.  

Working with human stem cells for many years provided Leigh with invaluable insight into the 

myriad ethical issues and concerns which closely mirror those surrounding the current debate on 

genome-wide technologies. Leigh has published numerous peer-reviewed publications and is a 

regular reviewer for a number of international ethics and scientific research journals.  

 

12:00 – 13:00 Genomic medicine technologies relevant to the clinic 

Email: l.jackson2@exeter.ac.uk 
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Dr Sharon Whatley 

 

Sharon is a Clinical Scientist with a special interest in porphyria and is 

based at the All Wales Medical Genetics Laboratory in Cardiff. She has 

published over 40 research articles and reviews focusing on the 

molecular causes of porphyria. She has recently become the 

Genomics Medicine Centre Lead at Cardiff and is also leading the 

European Porphyria Network working group on DNA diagnostics. 

The goal of the working group is to collate both genetic and 

associated biochemical data to provide the European submission to an 

International Porphyrias DNA Diagnostic Consortium. This data 

repository will be used to assess the pathogenicity of variants in the porphyria genes and thus 

improve diagnosis for porphyria patients. 

 

14:00 – 14:35 Inborn errors of metabolism relevant to gastroenterology and 

porphyria 

Email: Sharon.Whatley@wales.nhs.uk 

 

 

 

Dr Gianmarco Contino 

 

Gianmarco is a Clinical Lecturer at the University of Cambridge and 

Addenbrooke’s Hospital. His research focuses on cancer genomic of 

Barrett’s oesophagus and oesophageal adenocarcinoma. He trained as 

a surgical oncologist and translational scientist in several institutions 

including the European Institute of Oncology (Milan), Harvard Medical 

School and Mass General Hospital (Boston), University of Illinois at 

Chicago and Imperial College (London). He published extensively on 

molecular biology and cancer genomics of Pancreatic and Oesophageal 

Adenocarcinoma. His research has been supported by American Italian 

Cancer Foundation, the Associazione Italiana per la Ricerca sul Cancro, Fondazione Umberto 

Veronesi, the National Institute for Health Research and the Imperial College NHS foundation. 

 

14:35 – 15:10 Barrett’s and oesophageal cancer 

Email: GC502@MRC-CU.cam.ac.uk 
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Professor Malcolm Dunlop 

 

Malcolm is Professor and a Group Leader in the MRC Human Genetics 

Unit, part of the University of Edinburgh Institute of Genetics and 

Molecular Medicine. He is Chair and Academic Head of the Colorectal 

Surgery Unit, Western General Hospital, Edinburgh. His research 

interests are themed around the ultimate aim of reducing of morbidity 

and mortality from large bowel cancer through early detection and 

prevention. To this end, he has focused his research on unravelling the 

genetic architecture of colorectal cancer in order to understand 

disease causation and apply genetic information to prevention. To this 

end his group are investigating the genomic control of the transcriptional architecture of the large 

bowel epithelium and how that defines colorectal cancer risk. His team have been highly successful 

in identifying genes and genetic risk factors predisposing to colorectal cancer. Malcolm currently sits 

on various expert review and advisory committees, including the Experimental Medicine Expert 

Review Panel for Cancer Research UK, MRC Non-Clinical Fellowships Committee, IBD Specialist 

Advisory Board of the BSG and the Association of Coloproctcology of GB & I. He has an active 

grant portfolio and a strong laboratory research team as well as postgraduate students engaged in 

work towards their theses. His extensive career publication list has attracted over 20 thousand 

citations. He maintains a clinical practice with a caseload of cancer and inflammatory bowel disease. 

The application of his discoveries in genetics to clinical benefit through interventions is his primary 

goal. 

 

15:40 – 16:15 Familial colorectal cancer syndromes 

Email: malcolm.dunlop@ed.ac.uk 
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Dr Yvonne Wallis 

 

Yvonne is a Consultant Clinical Scientist at the West Midlands Regional 

Genetics Laboratory (WMRGL) based at the Birmingham Women’s 

and Children’s NHS Foundation Trust. She completed her PhD in 

Cancer Genetics in 2005 and obtained her Fellowship of the Royal 

College of Pathologists in 2012. She is now head of the Cancer 

Programme at WMRGL (comprising Familial Cancer, Molecular 

Pathology and Haemato-oncology). In the last couple of years she has 

been involved in the successful implementation of a mainstreaming 

cancer genetics programme across the West Midlands region, involving 

oncologists and surgeons working closely with Clinical and Laboratory genetics services in the 

delivery of BRCA1/2 rapid genetic testing to patients with breast and ovarian cancer.  Yvonne is the 

genetics laboratory lead for delivery of the Cancer arm of the 100,000 genomes project for the 

West Midlands Genomic Medicine Centre. 

 

16:15 – 16:50 Personalising cancer therapy using genome sequencing 

Email: YVONNE.WALLIS@bwnft.nhs.uk 

 

 

 

Dr John Christie 

 

John qualified from Southampton University in Medicine in 1989. He 

subsequently trained in Bristol and Oxford, as well as spending a year 

within the liver transplant unit in Melbourne. His research interests 

include the immune mechanisms that lead to viral persistence in 

Hepatitis C virus, in which he obtained his doctorate. He was 

appointed as a Consultant Gastroenterologist in 2001, specialising in 

Hepatology, where he leads the hepatology team at the Royal Devon 

and Exeter Hospital. He was the last Clinical Director of the Peninsula 

Hepatology Network, which strives to ensure equality and excellence 

in services and treatment for patients with liver disease in Devon and Cornwall. He is the medical 

school lead for the department teaching the University of Exeter medical students in the lecture 

theatre and at the bedside. 

 

09:00 – 09:35 Congenital disorders of hyperbilirubinaemia 

Email: john.christie@nhs.net 
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Dr Bill Griffiths 

 

Bill has been a Consultant Hepatologist at Addenbrooke’s Hospital 

since 2006 with specific involvement in the tertiary hepatology and 

liver transplant service. His main area of interest both clinically and 

from a research point of view is adult genetic liver disease including 

haemochromatosis, Wilson’s disease and alpha-1 antitrypsin deficiency. 

He also runs an EUS/ERCP service. He has been serving as the 

Training Programme Director for East of England and as SAC lead for 

Hepatology Training in the UK. Bill was recently re-elected on to the 

BASL committee having served on this committee in education and 

training since 2008. He is also the BASL/BSG CRN metabolic liver research lead. 

 

09:35 – 10:10 Genetics of iron overload 

Email: bill.griffiths@addenbrookes.nhs.uk 

 

 

 

Dr Jane Grove 

 

Jane is an Assistant Professor within the Hepatology Research Group 

at NIHR Nottingham BRC and MRC-funded Nottingham Molecular 

Pathology Node and collaborates extensively with Prof Guru Aithal on 

projects relating to acute and chronic liver diseases including Drug-

Induced Liver Injury (DILI). She assisted in development of EASL-

funded Pro-Euro DILI Registry to establish International patient 

biorepository and DILI research consortium and is a member of the 

Pharmacogenetics and Stratified Medicine Network. Jane is a scientist 

with over 15 year’s research experience in molecular genetics and 

biochemistry. Her main research focus is the genetics of liver disease. She is involved in liver 

disease translational research studies particularly centred on the identification of non-invasive 

biomarkers for diagnosis, patient monitoring and stratification for treatment with the goal of 

improving patient care. 

 

10:10 – 10:45 Pharmacogenetics of DILI 

Email: Jane.Grove@nottingham.ac.uk 
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Dr Miles Parkes 

 

Miles is a Consultant Gastroenterologist in Cambridge and has a 

research interest in the genetic determinants of susceptibility and 

prognosis in Crohn’s disease and ulcerative colitis. He is chair of the 

UK IBD Genetics Consortium, and chief investigator for the IBD 

Bioresource and soon-to-be-launched PROFILE study – all of which 

recruit actively in many centres around the UK. He drives a Morris 

Minor and is prone to falling off his bike. 

 

11:15 – 11:50 Gene discovery in inflammatory bowel diseases 

Email: miles.parkes@addenbrookes.nhs.uk 

 

 

 

Professor Holm Uhlig 

 

Holm is an Associate Professor in the Translational Gastroenterology 

Unit, University of Oxford and Honorary Consultant in Paediatric 

Gastroenterology, Children’s Hospital Oxford. After Medical training 

in Leipzig, Germany he received his DPhil at Oxford and specialised in 

Paediatric Gastroenterology in Germany. Holm is interested in 

patients with monogenic forms of IBD, aims to improve diagnostics 

and translate understanding of mechanisms into treatments.  Jointly 

with collaborators in Oxford, nationally and internationally Holm 

investigates genetic defects using next generation sequencing and aiming to decipher shared 

functional pathways between different subgroups of Mendelian disorder-associated inflammatory 

bowel disease. 

 

11:50 – 12:20 Monogenic IBD-like disorders 

Email: holm.uhlig@ndm.ox.ac.uk 
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Dr Jonathon Segal 

Jonathan trained at the University of Birmingham where he received 

an MBChB and a BSc in psychological medicine. He has done all his 

postgraduate training in and around the London area. He was a 

training gastroenterology registrar in the North West Thames 

Deanery before stepping out of the programme to undertake a PhD 

under the supervision of Dr Ailsa Hart, Professor Sue Clark and Mr 

Omar Faiz at St Mark’s Hospital. 

His main interest is in inflammatory bowel disease. This interest has 

guided his PhD, where he is assessing how quality of life changes over time in patients who undergo 

restorative proctocolectomy with an ileal pouch anal anastomosis (IPAA). In association with this, 

he will look at the microbiota and protease activity in patents with an IPAA overtime. 

 

13:10 – 13:40 Microbiome in gastrointestinal disease 

Email: jonathansegal1@nhs.net 

 

 

 

Dr Rahul Kalla 

 

Rahul is a Gastroenterology Registrar (ST6) in the Northwest 

Deanery and has an interest in Inflammatory Bowel Diseases (IBD). 

He has recently undertaken a PhD at the University of Edinburgh 

investigating the clinical utility of epigenetic mechanisms in 

Inflammatory Bowel Disease. He is a co-investigator on 2 Crohn’s 

and Colitis grant applications investigating the role epigenetic 

biomarkers in IBD. He has recently been involved in setting up a 

research network in the Northwest (GastTRIN NoW) which aims 

to perform collaborative trainee led research initiatives across 

multiple sites in the Northwest deanery. 

 

13:40 – 14:10 Epigenetics of inflammatory bowel disease 

Email: kallarahul@gmail.com 
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Dr Gareth Walker 

Gareth is currently a 4th year PhD research fellow with Exeter IBD Pharmacogenetics Team. His 

PhD has focused on Stratified Medicine in IBD with projects including: the genetic aetiology of 

adverse drug reactions; primary care biomarkers and in vitro assays to exploring the functional 

immunological aetiology of immune-related adverse drug reactions. 

 

14:10 – 14:40 Prognostication 

Email: gareth.walker1@nhs.net 

 

 

 

Dr Emma Baple 

 

Emma is Clinical Lead for Rare Disease Validation and Feedback at Genomics 

England. She is also a Consultant Clinical Geneticist at the Royal Devon and 

Exeter Hospital and a Senior Lecturer in Genomic Medicine at the University 

of Exeter. 

Her principle area of interest is in the use of new genetic technologies to 

identify the cause of rare genetic disorders and the translation of that 

knowledge into improved clinical diagnostic testing and treatment strategies.   

She will be talking about the100,000 Genome Project Rare Disease 

Programme. 

Emma also works closely with Prof Andrew Crosby in Exeter, their main area of research involves the 

investigation of the molecular causes of inherited disorders within a community setting, stemming from the 

identification of the causal disease gene through to more detailed studies of the biological pathway and 

disease mechanism responsible. 

 

16:00 – 16:30 Genomics England, the 100k genomes project and ethical 

implications 

Email: E.Baple@exeter.ac.uk 
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Postgraduate and Continuing Professional Development at the 

University of Exeter Medical School 

 

The University of Exeter Medical School offers a range of 

impactful and innovative Postgraduate Taught 

programmes and Continuing Professional Development 

opportunities. These aim to equip healthcare 

professionals with the advanced skills and knowledge they 

need to make a positive contribution to the delivery of 

care. 

 

Covering an array of highly relevant themes from allergies 

and genomics to extreme medicine and applied health 

services, our programmes facilitate and effect real change 

in the quality of clinical care and health for individuals and 

the wider community. 

 

Designed to attract multi-professional interest from 

across the healthcare sector, our research-inspired and 

evidence-based programmes continue to reflect high 

quality, safe and effective healthcare. 

  

Contact us 

 

We are here to help you with specialist 

advice, guidance and support when you 

need a more individual service. 

For CPD opportunities contact: 

01392 722964 

UEMS_CPD@exeter.ac.uk 

or visit us at: medicine.exeter.ac.uk/cpd 

For Postgraduate Taught Programmes 

contact: 

UEMS_pgtsupport@exeter.ac.uk 

Or visit us at: 

medicine.exeter.ac.uk/study/postgraduate

taught 
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