
 

 

 

 

 

 

 

  

 

Thursday 12 – Friday 13 October 2017 

Day 1: 9am – 5pm 

Day 2: 9am – 4.10pm 

 The Innovation Centre, Streatham Campus,  

University of Exeter, EX4 4RN 

Exeter Expert Series - Respiratory 

Practical Genomics with a Clinical Perspective 



 

 

 

 

Welcome 

Exeter Expert Series - Respiratory  

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 first in a new series of genomics masterclasses with an emphasis on clinical application. Our 

inaugural workshop focuses on Respiratory, 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 respiratory field, both in normal physiology and 

disease – including lung cancer, cystic fibrosis, COPD, idiopathic pulmonary fibrosis and 

bronchiectasis. Given the increasing patient demand for genetic investigations, we will also learn 

from the patient perspective. 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 #ExeterRespiratoryGenomics 

Dr Chris Scotton 

Senior Lecturer in Lung Pathobiology 

University of Exeter Medical School 

 

Dr Michael Gibbons 

Consultant Respiratory Physician 

Royal Devon and Exeter NHS Foundation Trust 

 



 

 

Programme Day 1 – Thursday 12 October 

 

Day 1: 12
th

 October 2017 

Session 1: 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 Guest speaker 

9:00 - 10:00 Gene structure  Dr Julia Baptista, Royal 

Devon and Exeter NHS 

Foundation Trust 

10:00 – 11:00 Inheritance  Dr Sawsan Khuri, 

University of Exeter 

Medical School 

11:00 – 11:15 Break  

11:15 – 12:00 Clinical stories  Professor Peter 

Turnpenny, Royal Devon 

and Exeter NHS 

Foundation Trust 

12:00 – 13:00 Genomic technologies  

 

Ethics 

 

Dr Caroline Wright, 

University of Exeter 

Medical School 

13:00 – 13:45 Lunch  

Day 1 continued 

 

Respiratory Speciality Focus 

Learning Objectives 

Participants will be able to: 

 Gain an overview of cutting-edge approaches in genetic medicine including the classification of rare 

diseases  

 Understand the importance of underlying genetics for patient management  

 Recognise appropriate indications for clinical genetic referrals  

 Comprehend the importance of and the challenges associated with targeting genetic mechanisms in a 

clinical setting 

Session 2: Genetic Predisposition to Lung Disease 

Time Topic Guest Speaker 

13:45 – 14:30 Genetic determinants of lung function Professor Louise Wain, 

University of Leicester 

14:30 – 15.15 Inherited molecular defects in Cystic Fibrosis Dr Nick Withers,  

Royal Devon and Exeter 

NHS Foundation Trust 

15.15 – 15.30 Break  

15:30 – 16.15 Alpha-1-antitrypsin deficiency in COPD Professor Bibek Gooptu, 

University of Leicester 

16:15 – 17.00 Primary immunodeficiency and lung infection Dr Claire Bethune, 

Plymouth Hospital NHS 

Trust 
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Programme for Day 2 – Friday 13 October 

 

Day 2: 13
th

 October 2017 

Session 3: Genomic Consideration for Treatment Strategies 

09:00 – 09:40 Personalised management of lung cancer Dr Liz Toy,  

Royal Devon and Exeter 

NHS Foundation Trust 

09:40 – 10:20 Characterisation and management of the lung 

microbiome in Bronchiectasis 

Dr Phil Mitchelmore, 

Royal Devon and Exeter 

NHS Foundation Trust 

10:20 – 11:00 Genetic heterogeneity in lung tumours and implications 

for therapy 

Dr Chris Abbosh, 

Francis Crick Institute 

11:00 – 11:15 Break  

11:15 – 11:55 Pharmacogenetics and drug side effects Dr Nick Kennedy, 

Royal Devon and Exeter 

NHS Foundation Trust 

11:55 – 12:35 Functional role of the lung microbiome in IPF Dr Phil Molyneaux, 

Imperial College London 

12:35 – 13:15 Updates on Familial IPF  Dr Helen Parfrey, 

Papworth Hospital NHS 

Foundation Trust 

13:05 – 14:00 Lunch  

Session 4: Future considerations for genetic medicine in respiratory care 

14:00 – 14:40 The patient’s perspective on genetic studies in clinical 

practice  

Fiona Copeland, 

PCD Support Group UK, 

Milton Keynes 

14:40 – 15:20 Next generation sequencing and epigenetic approaches 

to understanding lung pathology 

Professor Mark Lindsay, 

University of Bath 

15:20 – 15:30 Break  

15:30 – 16:10 Genomics England, the 100k genomes project and ethical 

implications  

Dr Charles Shaw-Smith, 

Royal Devon and Exeter 

NHS Foundation Trust 
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Speaker Biographies 

 

Dr Chris Scotton 

 

Chris is a Senior Lecturer in Lung Pathobiology, Head of the Respiratory 

Medicine research group at the University of Exeter Medical School, and also 

holds an honorary appointment at UCL. His current research focuses primarily 

on interstitial lung disease and bronchiectasis. Through close links with the clinic 

and external collaborators, Chris is investigating novel therapeutic 

opportunities, biomarkers and improved disease models. He is also 

Chairperson of the British Association for Lung Research and sits on the 

scientific committees for the British Lung Foundation and British Thoracic 

Society. 

 

Email: C.J.Scotton@exeter.ac.uk 

 

 

Dr Michael Gibbons 

 

Michael trained in Respiratory Medicine in Edinburgh. He was previously an 

MRC Clinical Research Fellow studying mechanisms of pulmonary fibrosis.  

He currently works in Exeter: he is Clinical Lead, Associate Director of R&D, 

and Lead for the Regional ILD Service.  He is PI for multiple clinical trials and 

has a local program of research. He is Chair of the BTS Specialist Advisory 

Group for Interstitial Lung Diseases.  Michael is Clinical Research Speciality 

Lead for Respiratory Disorders, Clinical Research Lead for Cluster 6, and a 

member of the Clinical Leadership Group of the South West Peninsula 

Clinical Research Network. 

 

Email: michael.gibbons2@nhs.net 
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Dr Julia Baptista 

 

Julia is a Clinical Scientist in the Molecular Genetics Department at the 

Royal Devon and Exeter NHS Foundation Trust, where she is part of the 

team delivering a diagnostic service to patients with rare genetic disease 

mainly through the rapid exome service.  Julia is an Honorary Lecturer in 

Genomic Medicine at the University of Exeter Medical School and a 

member of the faculty of the European School of Genetic Medicine 

providing courses in genetics and cytogenetics to the international 

healthcare community. 

 

Day 1   9:00 - 10:00 Gene structure  

 

Email: julia.baptiste@nhs.net 

 

 

 

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. 

 

Day 1   10:00 – 11:00 Inheritance 

 

Email: S.Khuri@exeter.ac.uk 
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Professor Peter Turnpenny 

 

Peter is a Consultant Clinical Geneticist in the Peninsula Clinical Genetics 

Service (Devon & Cornwall), UK, having been appointed in 1993. He is also 

Honorary Associate Professor, University of Exeter Medical School. He may 

see any type of patient in his clinics, though is more likely to see paediatric 

genetic patients and those with connective tissue disorders such as skeletal 

dysplasias and hypermobility/Ehlers-Danlos Syndrome. 

His research interests have focussed on diseases of the Notch signalling 

pathway, particularly abnormal vertebral segmentation, and in Exeter he 

identified the first patients with mutations in DLL3 and MESP2. He also developed a strong interest in fetal 

anticonvulsant syndromes and is actively involved in public awareness campaigns. His other strong interest is 

hypermobility and Ehlers-Danlos syndrome(s). 

 

Day 1   11:15 – 12:00 Clinical stories 

 

Email: P.Turnpenny@exeter.ac.uk 

 

 

Dr Caroline Wright 

 

Caroline is a Senior Lecturer in Genomics at the University of Exeter Medical 

School. Her main research interests are in the clinical application of genome-

wide sequencing technologies for the diagnosis of rare diseases. Specifically, 

she is interested in understanding the effect of pathogenic missense variants 

using protein structural analysis, as well as exploring the policy and ethical 

issues associated with implementation of genome-wide sequencing in 

healthcare. She is on the management committee for the UK Deciphering 

Developmental Disorders Study (www.ddduk.org), and was formerly the 

project manager for this study at the Wellcome Trust Sanger Institute. Prior to 

that, she was Head of Science at the Public Health Genomic Foundation (www.phgfoundation.org).   

 

Day 1   12:00 – 13:00 Genomic technologies / Ethics 

 

Email: caroline.wright@exeter.ac.uk 
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Professor Louise Wain 

 

Louise is a genetic epidemiologist at the University of Leicester who has 

research interests in the genetic architecture of respiratory health and disease 

with particular focuses on lung function, chronic obstructive pulmonary disease 

and pulmonary fibrosis. Louise has leading and key roles in a number of large 

consortia established to study the genetics of respiratory disease and other 

complex traits. Most notably, Louise was a co-lead of the UK BiLEVE study – 

the first genetic study in UK Biobank which identified novel signals of 

association with lung function and smoking behaviour. Louise has recently been 

appointed GSK/British Lung Foundation Chair of Respiratory Research.   

 

Day 1   13:45 – 14:30 Genetic determinants of lung function 

 

Email: lvw1@leicester.ac.uk 

 

 

 

Dr Nick Withers 

 

Nick has been a Consultant Respiratory Physician in Exeter since 2000, sub-

specialising in Cystic Fibrosis and non-CF Bronchiectasis. He trained in 

London, Southampton and Bristol before undertaking a CF fellowship at the 

Royal Alfred Hospital, Melbourne. He is currently Centre Director of the 

Exeter Adult CF service which has expanded in recent years to well over a 100 

adult patients. He is passionate about giving all of his patients the opportunity 

to be involved in research, being Principal Investigator in 10 trials of new 

agents in the last 5 years. He has recently co-supervised a PhD in microbiology 

of Bronchiectasis and CF and has been funded as adult lead for the CF Trust 

Clinical Trials Accelerator Programme for the South West. 

 

Day 1   14:30 – 15.15 Inherited molecular defects in Cystic Fibrosis 

 

Email: nick.withers@nhs.net 
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Professor Bibek Gooptu 

 

Bibek is Professor of Respiratory Biology at the University of Leicester, UK and 

a Consultant Respiratory Physician at Glenfield Hospital, Leicester and in the 

London Alpha-1 Antitrypsin Deficiency Service at the Royal Free Hospital, 

London. His clinical and research interests are protein misfolding diseases, in 

particular serpinopathies, and diseases of lung and liver matrix biology 

(emphysema, fibrosis). His group uses biochemical, biophysical, structural and 

cellular studies to gain insights into the molecular and cellular mechanisms 

underlying these conditions and so define novel strategies for their treatment.  

 

Day 1   15:30 – 16.15 Alpha-1-antitrypsin deficiency in COPD 

 

Email: bg129@leicester.ac.uk 

 

 

 

Dr Claire Bethune 

 

Claire (Consultant in Clinical Immunology) trained in medicine in Cambridge, 

Barts and Oxford before specialising in Immunology in Newcastle. Initially 

working as a consultant in Newcastle, she moved to the South West in 2004 

and has been a Consultant Immunologist in Plymouth since then. She is service 

line lead for the immunology and allergy services in Plymouth and has 

developed regional home therapy programmes for both immunoglobulin 

replacement in antibody deficiency and for treatment of attacks of hereditary 

angioedema. Her teaching has included developing courses for GPs and 

medical students in the South West and she has been invited to lecture at 

national and international meetings. She is clinical lead for the Royal College of Physicians national 

immunodeficiency accreditation scheme (Quality in Primary Immunodeficiency services – QPIDS), an 

assessor for the allergy scheme (Improving Quality in Allergy Accreditation – IQAS, a member of the NHS 

England clinical reference group for immunology and allergy and is secretary of the UK Primary 

immunodeficiency network, leading on guideline writing. 

 

Day 1   16:15 – 17.00 Primary immunodeficiency and lung infection 

 

Email: claire.bethune@nhs.net 
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Dr Elizabeth Toy 

 

Elizabeth is Clinical Lead for Oncology and End of Life Lead at the Royal 

Devon and Exeter NHS Foundation Trust. Appointed as a Clinical Oncologist 

in 2001, she specialises in Thoracic Oncology and has a particular interest in 

the palliative therapy of NSCLC. An active clinical researcher she has been PI 

for > 40 clinical trials and is delighted to be opening the MATRIX Trial locally 

for NSCLC later this year. 

 

Day 2   09:00 – 09:40 Personalised management of lung 

cancer 

 

Email: liz.toy@nhs.net 

 

 

 

Dr Phil Mitchelmore 

 

Phil is a specialist registrar in Respiratory and General Medicine in the South 

West Peninsula Deanery with a specialist interest in bronchiectasis and cystic 

fibrosis. His is particularly interested in our attempts to understand the 

bacteria that dwell in the lungs of patients who suffer with these conditions. 

He has recently published in Thorax about the transmission of Pseudomonas 

aeruginosa between bronchiectasis patients, as demonstrated through a 

variety of molecular techniques. Phil is currently completing his PhD in which 

he has been investigating the bacteria in the lungs of local patients. This has 

included the extraction and sequencing of the bacteria’s DNA. He is also part 

of a current guideline group for the British Thoracic Society looking at the long-term use of macrolides. 

 

Day 2   09:40 – 10:20 Characterisation and management of the lung microbiome 

in Bronchiectasis 

 

Email: philip.mitchelmore@nhs.net 
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Dr Chris Abbosh 

 

Chris is a medical oncology registrar and senior clinical fellow working under 

the supervision of Prof Charles Swanton at University College London. He 

works with patients enrolled in the lung TRACERx (TRAcking lung Cancer 

Evolution through treatment Rx) study. TRACERx is a multi-centre study 

tasked with determining the impact of intratumor heterogeneity on clinical 

outcomes in lung cancer. He is interested in cell-free DNA analyses arising 

from this study, in particular surrounding the concepts of minimal residual 

disease in non-small cell lung cancer and early-diagnosis. He recently led an 

academic industry collaboration arising from TRACERx evaluating cell-free 

DNA as a tool capable of prediciting non-small cell lung cancer relapse.  

 

Day 2   10:20 – 11:00 Genetic heterogeneity in lung tumours and implications for 

therapy 

 

Email: c.abbosh@ucl.ac.uk 

 

 

 

Dr Nick Kennedy 

 

Nick is a Consultant Gastroenterologist at the Royal Devon and Exeter and 

Honorary Clinical Senior Lecturer at the University of Exeter. 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.   

 

Day 2   11:15 – 11:55 Pharmacogenetics and drug side effects 

 

Email: nick.kennedy1@nhs.net 
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Dr Phil Molyneaux 

 

Phil qualified from Guy's, King's and St Thomas' School of Medicine in 2004, 

completing an intercalated BSc. in Molecular Genetics. He attained an NIHR 

Academic Clinical Fellowship in Respiratory medicine at Imperial College 

studying the respiratory microbiome in COPD. He subsequently completed a 

PhD examining the host response and microbiome in IPF as part of the 

PROFILE study with Dr Toby Maher. Having completed his clinical training in 

Respiratory and Critical Care Medicine he has taken up a Senior Clinical 

Lecturer and Consultant position in Interstitial Lung Disease at Imperial 

College and the Royal Brompton Hospital where he continues his work 

investigating the role of infection in the pathogenesis and progression of fibrotic lung disease. 

 

Day 2   11:55 – 12:35 Functional role of the lung microbiome in IPF 

 

Email: p.molyneaux@imperial.ac.uk 

 

 

 

Dr Helen Parfrey 

 

Helen is the lead for the Cambridge Interstitial Lung Disease Service.  After 

qualifying in medicine from the University of Oxford, she completed her 

training in Respiratory medicine in Cambridge. She was awarded MRC 

Clinical Training fellowship for structural biology studies on the 

polymerization of alpha1-antitrysin leading to her PhD at University of 

Cambridge.  This was followed by a Wellcome Trust Intermediate Fellowship 

undertaken at National Jewish Health in Denver, Colorado studying the role 

of TNF signalling in lung injury.  She has clinical and translational research 

interests in the role of innate immunity and infection in pulmonary fibrosis.  

She also has an interest in the genetics of familial and idiopathic pulmonary fibrosis.   

 

Day 2   12:35 – 13:15 Updates on Familial IPF  

 

Email: helen.parfrey@nhs.net 
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Fiona Copeland 

 

Fiona is a Director of Stonac Ltd in which she specializes in project 

management and training. Following the diagnosis of both her children having 

Primary Ciliary Dyskinesia she became the Chairman of the Primary Ciliary 

Family Support Group in 2005 which is a small organisation with a membership 

of 300 patients. 

 

Day 2   14:00 – 14:40 The patient’s perspective on genetic 

studies in clinical practice  

 

Email: chair@pcdsupport.org.uk 

 

 

 

Professor Mark Lindsay 

 

 

Mark obtained a degree in Natural Sciences from the University of Cambridge 

(1986) and his PhD from Nottingham Trent University (1991). In the 

intervening period, he has worked at Imperial College London, AstraZeneca 

Pharmaceuticals and the University of Manchester. Since 2011, he has been 

Professor of Molecular and Computational Pharmacology at the University of 

Bath. Professor Lindsay research has been focused upon using next generation 

sequencing to identify novel disease targets and understand the role of non-

coding RNAs in inflammatory and respiratory diseases including asthma, 

idiopathic pulmonary fibrosis, lung cancer, osteoarthritis and psoriatic arthritis.  

 

Day 2   14:40 – 15:20 Next generation sequencing and epigenetic approaches to 

understanding lung pathology 

 

Email: M.A.Lindsay@bath.ac.uk  
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Dr Charles Shaw-Smith 

 

Charles is a Consultant Clinical Geneticist with the Peninsula Regional 

Clinical Genetics Service, based in Exeter. Charles was appointed in 2010 

and has subspecialty interests in chromosome analysis, congenital 

malformations and renal genetics.  Charles is lead for Rare Diseases for the 

100,000 Genomes Project in the Southwest Genomic Medicine Centre, 

with the role of promoting awareness of and recruitment to the project by 

physicians and surgeons within the mainstream specialties.  Charles is 

passionate about promoting genetic testing as a rapid means to diagnosis for 

patients with rare disorders, whilst accepting the clinical challenges which 

accompany the interpretation of large-scale genomic data. 

 

Day 2   15:30 – 16:10 Genomics England, the 100k genomes project and ethical 

implications  

 

Email: charles.shaw-smith@nhs.net 
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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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