
 

 

 

 

 

  

 

 

  

 

Thursday 02 – Friday 03 November 2017  

Day 1: 9am – 4.15pm 

Day 2: 9am – 4.30pm 

 

The Innovation Centre, Streatham Campus,  

University of Exeter, EX4 4RN 

Exeter Expert Series – Cardiology 

Practical Genomics with a Clinical Perspective 

 



 

 

 

Welcome 

Exeter Expert Series – Cardiology 

Practical Genomics with a Clinical Perspective 

 

We are delighted to welcome you to the beautiful campus of the University of Exeter for 

the Cardiology module in a new series of genomics masterclasses with an emphasis on 

clinical application.  

Our workshop focuses on inherited cardiac conditions, organised as a collaboration 

between the University of Exeter Medical School, the Royal Devon and Exeter NHS 

Foundation Trust 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 lectures during the remaining day and 

a half will focus on the diagnosis and management of common inherited cardiac conditions. 

We will also learn about the principles of interpreting genetic test reports and get an update 

on the 100, 000 Genomes Project.  

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 of patients with inherited 

cardiac conditions, 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. We hope that you find this masterclass interesting and beneficial, 

and look forward to any feedback that you may have! 

Best Regards, 

 

 

 

 

  

 
Join the conversation and share your thoughts @ExeterMed using #ExeterCardiologyGenomics 

Dr Martina Muggenthaler 

Cardiology ST7 and Genomic 

Champion for the South West 

Plymouth Hospitals NHS Trust 

Dr Claire Turner 

Lead Consultant Clinical Geneticist for 

Inherited Cardiac Conditions Service 

for the Peninsula 

Royal Devon & Exeter NHS 

Foundation Trust 
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Programme for Thursday 02 November 

 

Day 1: 2nd 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 
 Appreciate ethical implications of genetic testing 

Schedule 

Time Topic Speaker 

Chair: Prof J McEwan, Dr Martina Muggenthaler  

9:00 – 9:45 Introductory concepts of 
genomics: gene, genome and 
variants 

Dr Júlia Baptista  
Clinical Scientist and Honorary 

Lecturer, Royal Devon & Exeter 

NHS Foundation Trust and 

University of Exeter 

9:45 – 10:30 Genomic medicine 

technologies relevant to 
clinical practice 

 

Mr Andrew Parrish  
Clinical scientist, 

Royal Devon & Exeter NHS 

Foundation Trust 

10:30 – 10:45 Break  

10:45 – 12:15 Clinical stories workshop to 
illustrate inheritance patterns, 

clinical utility of genetic 
testing, counselling and ethical 
considerations  

Dr Claire Turner  
Lead Consultant Clinical 

Geneticist for Inherited 

Cardiac Conditions Service for 

the Peninsula, Royal Devon & 

Exeter NHS Foundation Trust 

12:15 – 13:00 Lunch  
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Programme for Thursday 02 November – Continued 

 

Day 1 continued 

Cardiology Speciality Focus 

Learning Objectives 
Participants will be able to:  

 Gain a sound knowledge of the presentation and management of 
common inherited cardiac conditions and the cardiac involvement of 
neuromuscular disorders 

 Understand the investigation of SADS including molecular autopsy 
 Appreciate the limitations of genetic and genomic technologies and 

counselling considerations for inherited cardiovascular disorders  
 Understand the principles of interpreting genetic test reports 

 

Time Topic Speaker 

Structural Aortic and Heart Disorders 

Chair: Professor Nick Bellenger, Dr Andrew Ludman  

13:00 – 13:30 Aortopathies Professor Nigel 
Wheeldon  
Lead Consultant Cardiologist 

for the South Yorkshire 

Inherited Cardiac Conditions 

Service, Sheffield 

13:30 – 14:15 Dilated cardiomyopathy and 
ARVD 

Dr Gerry Carr-White  
Clinical Lead for Inherited 

Cardiac Conditions at Guy’s 

and St Thomas’s Hospital, 

London 

14:15 – 14:30 Break  

Chair: Dr Phil Keeling, Dr Claire Turner  

14:30 – 15:00 Cardiac involvement in 
neuromuscular disorders 

Professor Nigel 
Wheeldon  
Lead Consultant Cardiologist 

for the South Yorkshire 

Inherited Cardiac Conditions 

Service, Sheffield 

15:00 – 15:30 Hypertrophic cardiomyopathy Dr Maria Teresa Tome 
Esteban  
Consultant Cardiologist 

Inherited Cardiac Conditions 

Service, St George’s NHS 

Trust, London 

15:30 – 16:15 Case presentations by 
participants 
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Programme for Friday 03 November 2017 

 

Day 2: 3rd November 2017 

Chair: Dr Mathew Lovell, Dr Claire Turner  

09:30 – 10:15 Long QT syndrome and CPVT Dr Martina 
Muggenthaler  
Cardiology ST7, Plymouth 

Hospital NHS Trust 

10:15 – 11:00 100,000 Genomes Project: 

Achievements and Future Plans 

Dr Emma Baple  
Clinical Lead for Rare 

Disease Validation and 

Feedback, Genomics 

England 

11:00 – 11:15 Break  

Chair: Dr Tim Roberts, Dr Martina Muggenthaler  

11:15 – 12:00 Counselling considerations in 

inherited cardiovascular conditions 

Prof Ruth Newbury-

Ecob  
Consultant Clinical 

Geneticist, University 

Hospitals Bristol NHS 

Foundation Trust 

12:00 – 12:30 Brugada syndrome Dr Elijah Behr  
Lead Consultant 

Cardiologist for the 

Inherited Cardiac 

Conditions Service, St 

George’s University 

Hospitals NHS Foundation 

Trust 

12:30 – 13:15 Lunch  

Chair: Dr Martina Muggenthaler, Dr Emma Baple  

13:15 – 14:00 SADS and the role of molecular 
autopsy 

Dr Elijah Behr  
Lead Consultant 

Cardiologist for the 

Inherited Cardiac 

Conditions Service, St 

George’s University 

Hospitals NHS Foundation 

Trust 

14:00 – 15:30 Workshop: How do I interpret a 
genetic test report? 

Dr Kate Thomson  
Clinical Scientist, Oxford 

University Hospitals NHS 

Foundation Trust 

Dr Karen McGuire  
Clinical Scientist, Oxford 

University Hospitals NHS 

Foundation Trust 

15:30 – 15:45 Break  

15:45 -16:30 Case presentations by participants  
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Speaker Biographies 

 

Dr Martina Muggenthaler 

 

Martina recently completed her Cardiology training at Plymouth Hospital 

NHS Trust. She previously trained at St George’s Hospital in London where 

she developed a special interest in inherited cardiac conditions. As a Genomic 

Champion for the South West, Martina assists in boosting recruitment to the 

100,000 Genomes Project. During her time as a MRC Clinical Research 

Training Fellow, Martina investigated inherited cardiovascular disorders in the 

Anabaptist communities of Ohio, USA which sparked her fascination with 

genetics. She is currently in the final stages of writing up her PhD and is 

excited about starting her appointment as Consultant in Inherited Cardiac 

Conditions and Devices at the Royal Devon & Exeter NHS Trust in the new 

year. 

 

Day 2   09:30 – 10:15 Long QT syndrome and CPVT 

Email: m.muggenthaler@nhs.net 

 

 

Dr Claire Turner 

 

Claire is a consultant clinical geneticist, appointed at the Peninsula service in 

2010. Since then, she has been the genetics lead for the Inherited Cardiac 

Conditions (ICC) service, setting up regular Multidisciplinary Team Meetings, 

and developing departmental guidelines.  She is also the genetics lead for the 

Turner Syndrome service.  She has arranged several previous regional training 

meetings regarding ICCs. 

Prior to her appointment, Claire helped establish the ICC service in 

Southampton and performed a laboratory based molecular project on 

Imprinting Disorders which formed the basis of her MD, awarded in 2013.  

She has an interest in medical education, and obtained a Postgraduate Certificate in Medical Education in 

2009.  Since 2015 she has been the External Examiner for the Postgraduate Certificate in the Interpretation 

and Clinical Application of Genomic Data (ICAG), based at St George’s Medical School. 

 

Day 1   10:45 – 12:15 Clinical stories workshop to illustrate inheritance patterns, 

clinical utility of genetic testing, counselling considerations 

Email: claire.turner12@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 – 9:45 Introductory concepts of 

genomics: gene, genome and variants 

Email: julia.baptista@nhs.net 

 

 

 

Mr Andrew Parrish 

 

Andy is a clinical scientist in Bioinformatics at the Molecular Genetics 

department of the Royal Devon and Exeter NHS Foundation Trust, where 

he has occupied a number of technical and scientific roles since he started 

with the Trust in 2006. He is one of a team responsible for the development, 

validation, and operation of diagnostic bioinformatics pipelines used in the 

laboratory for the analysis of Next Generation Sequencing of patient 

samples. He is currently undertaking the Higher Specialist Scientific Training 

course with a view to becoming a Consultant Clinical Scientist. 

 

Day 1     9:45 – 10:30 Genomic medicine technologies relevant to clinical practice 

Email: andrew.parrish@nhs.net 
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Professor Nigel Wheeldon 

 

Nigel is Consultant Cardiologist at the South Yorkshire Regional 

Cardiothoracic Centre, Sheffield, and Honorary Professor of Inherited 

Cardiac Conditions, University of Sheffield.  

He started the Regional Inherited Cardiac Conditions Service 20 years ago 

and leads one of the largest and most comprehensive ICC services in the 

UK. This sees patients with cardiomyopathies, inherited arrhythmia, families 

afflicted by SADS, inherited aorto-vascular disease, neuromuscular disorders 

and familial hypercholesterolaemia. Sheffield is one of only two designated 

Ehlers Danlos Diagnostic centres and Nigel runs a dedicated vascular EDS 

clinic. He also has a joint Sheffield-Birmingham Fabry disease service. 

He sat on the DoH NSF Chapter 8 Group, went on to work with the Heart Improvement Programme and 

currently represents ICC on the NHS England Clinical Reference Group. 

He is the founder of the Association of Inherited Cardiac Conditions (AICC). 

He has a longstanding relationship with colleagues in the Far East where he has worked and travelled 

extensively for 30 years and is an International Fellow of the Hong Kong College of Cardiology. 

Nigel is also a Commercial Pilot, Flight Instructor and Examiner. In 2007 he piloted aeroplanes worldwide on 

a 3-month venture – Flight for Hearts – to lecture and raise awareness of inherited cardiac conditions. 

 

Day 1    13:00 – 13:30 Aortopathies 

        14:30 – 15:00 Cardiac involvement in neuromuscular disorders 

Email: Nigel.Wheeldon@sth.nhs.uk 

 

 

 

Dr Gerry Carr-White 

 

Gerry is clinical lead for both cardiology and heart failure and inherited 

diseases at Guy's and St Thomas' Hospitals, leading one of the largest 

inherited cardiac disease and heart failure services in the UK. He has 

developed regional and national guidelines and service specifications for 

NHS England and is currently the Vice President for Cardiomyopathy UK, 

helping run patient education events across the country. Alongside his 

clinical work, Gerry is a Reader in Heart Failure and Inherited Cardiac 

Diseases at King's College London, and lectures both nationally and 

internationally. He has published over 100 peer-reviewed articles in medical 

journals, and been granted several million pounds in research grant income. 

 

Day 1    13:30 – 14:15 Dilated cardiomyopathy and ARVD 

Email: gerry.carr-white@gstt.nhs.uk 
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Dr Maria Teresa Tome Esteban 

 

Maria is a consultant cardiologist specialising in the diagnosis, treatment, 

management and counselling of inherited cardiovascular diseases. 

She runs specialist clinics for cardiomyopathies like hypertrophic, dilated and 

arrhythmogenic cardiomyopathy, and other heart muscle inherited disorders 

as well as sudden death causes and familiar evaluation.  She is the cardiac lead 

for inherited Aortic syndromes running specialist clinics for the diagnosis, 

management and long term follow up of conditions like Marfan, Loeys Dietz , 

familiar Thoracic dilatation  and other connective tissue disorders working 

closely with Vascular, Cardiac Surgery and Clinical genetics services. 

The scope of her practice covers a wide range of ages with special interest on adolescent and transition 

care. 

She graduated from Universidad Complutense in Madrid, Spain in 1996 and trained in Cardiology in Hospital 

de la Princesa (Madrid, Spain) completing specialist training in 2002. She undertook higher specialisation 

training while completing her PhD as a clinical research fellow under Professor McKenna funded by Spanish 

Society of cardiology and British Heart Foundation fellowship at St George’s Hospital and at the Heart 

Hospital. In 2005 she became a full time consultant cardiologist at the University College London working 

across The Heart Hospital and Great Ormond Street Hospital looking after families affected with 

cardiomyopathies.  

She returned to St George's Hospital NHS Foundation Trust and St George's University of London as 

Consultant Cardiologist at the Inherited Cardiac Condition Vibrant Group where she leads specialised ICC 

clinics in May 2015. In September 2016 she became the Cardiac lead for the Inherited Aortopathy service. 

 

Day 1    15:00 – 15:30 Hypertrophic cardiomyopathy 

Email: mtome@sgul.ac.uk  
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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 

 

Day 2    10:15 – 11:00 100,000 Genomes Project: Achievements and Future Plans 

Email: E.Baple@exeter.ac.uk 

 

 

 

Professor Ruth Newbury-Ecob 

 

Ruth is a full-time NHS clinician and since 1996 holds clinics in Bath and 

Bristol specialising in paediatrics and dysmorphology. She is currently Lead 

for Cardiac Genetics in Bristol and working with cardiologists to develop 

services for patients with inherited cardiac conditions causing sudden 

unexpected death. Her research has involved collaborating with groups 

internationally identifying genes for rare diseases and congenital 

malformations. Her particular expertise is in diagnosing and classifying 

syndromes associated with congenital heart disease and limb defects. She 

provides expert opinion to clinicians worldwide and to families through 

patient support groups. She is currently Rare Disease lead for the West of 

England Genomic Medicine Centre.  

Ruth has spoken at national and international genetics and speciality meetings and gave the Bristol Heart 

Institute Public Lecture. She organises and delivers the undergraduate teaching in clinical genetics at the 

University of Bristol and teaches a wide range of post graduate medical and other health care specialities in 

the UK and overseas. She has represented clinical genetics on committees and working parties for the Royal 

Colleges and the Deptartment of Health. She is Vice President of the UK Clinical Genetics Society. 

 

Day 2    11:15 – 12:00 Counselling considerations in inherited cardiovascular 

conditions 

Email: Ruth.Newbury-Ecob@UHBristol.nhs.uk 
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Dr Elijah Behr 

 

Elijah is Reader in Cardiovascular Medicine and Honorary Consultant 

Cardiologist specialising in Electrophysiology at St George's University of 

London and St George's Hospital, London. He co-leads the Inherited Cardiac 

Conditions clinic at St George's, coordinating a multi-disciplinary team that 

provides a single one-stop service to families including children. Elijah is 

president of the Association for Inherited Cardiac Conditions (AICC). He co-

leads the arrhythmia syndrome subdomain of the UK 100,000 Genomes 

Cardiovascular Genome England Clinical Interpretation Partnership. Elijah is 

an editorial board member of the Heart Rhythm journal and co-wrote 

international guidelines for diagnosis and management of arrhythmia 

syndromes published in 2013. He is a Health Care Partner lead for the European Rare Disease Reference 

Network GUARD-HEART and co-chairs the South London ICC (SLICC) network. He leads on organisation 

of multi-disciplinary meetings and implementation of patient pathways in partnership with primary care, 

NHS London & Arrhythmia Advisory Group.  

Elijah’s research interests include: prediction of sudden death risk - pathology, genomics and epidemiology 

linked to electronic health records; drug-induced arrhythmia; families with unexplained sudden deaths, the 

Sudden Arrhythmic Death Syndrome (SADS) and Sudden Infant Death Syndrome (SIDS); ion channel 

diseases including the long QT and Brugada syndromes; and cardiomyopathies including arrhythmogenic 

right ventricular cardiomyopathy (ARVC). 

 

Day 2    13:15 – 14:00 SADS and the role of molecular autopsy 

Email: ebehr@sgul.ac.uk 
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Dr Kate Thomson 

 

Kate is a registered Clinical Scientist and a Member of the Royal College of Pathologists.  She has worked in 

the Oxford Medical Genetics laboratory for over 14 years, specialising in inherited cardiac conditions.  She is 

currently undertaking post-graduate research training on a NIHR/HEE Healthcare Science Doctoral 

Research Fellowship.  Her research focuses on the genetic basis of Hypertrophic Cardiomyopathy and other 

inherited cardiac conditions.   

 

Day 2    14:00 – 15:30 Workshop: How do I interpret a genetic test report? 

Email: Kate.Thomson@ouh.nhs.uk 

 

 

 

Dr Karen McGuire 

 

Karen became interested in the genetics of familial arrhythmias after joining the Oxford Molecular Genetics 

Laboratory as a Clinical Scientist in 2002. Since then she has been a key player in the implementation and 

development of accredited, diagnostic, molecular genetic tests for Inherited Cardiac Conditions (ICC). 

Collectively, these tests have benefitted thousands of ICC patients locally, nationally and internationally. 

Karen works closely with a dedicated team of enthusiastic and motivated Clinical Scientists, who are 

committed to keeping up with the fast pace of molecular genetics particularly as we move into the genomics 

era. 

 

Day 2    14:00 – 15:30 Workshop: How do I interpret a genetic test report? 

Email: Karen.McGuire@ouh.nhs.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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