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Welcome
Welcome to the Cambridge Rare Disease Network Summit 2015! This summit is the first of a series of annual conferences 
we aim to hold to bring together relevant stakeholders to debate how to best address the huge social and therapeutic 
unmet needs around rare diseases. 

For today’s conference, we have gathered more than 30 expert speakers from a range of professions to discuss: 
current and new initiatives in rare diseases, the potential of the ‘Cambridge Cluster’, alternative funding strategies, 
engaging with the pharmaceutical industry, and how we can benefit from new knowledge in the rare disease field. 
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Schedule
MORNING

 08:30 - 08:55 Registration

 08:55 - 09:10 Welcome from Cambridge Rare Disease Network

 09:10 - 09:30 Opening keynote 
  Associate Prof Matt Might - Parent Entrepreneur and Founder at NGLY1.org

 09:30 - 09:50 Keynote
  Prof Sir Greg Winter – Master of Trinity College and Co-Founder of Cambridge Antibody Technology

 09:50 - 10:40 Panel: Potential of the Cambridge cluster to address unmet therapeutic need
  Panel Members:  Dr Hermann Hauser, KBE Co-Founder of ARM and Partner at Amadeus Capital Partners
   Dr Anne Dobrée, Head of Seed Funds at Cambridge Enterprise
   Dr Darrin Disley, CEO of Horizon Discovery
   Dr Jonathan Milner, Founder of Abcam
   Chair: Dr Tim Guilliams, Founding Director of CRDN

 10:40 - 11:00 Coffee break & networking

 11:00 - 11:45 Short talks:  Alternative funding strategies
  Speakers:  Prof Alan Barrell, Judge Business School
   Dr Bruce Bloom, President of Cures Within Reach
   Mr Bertrand Beghin, Co-CEO Numbers 4 Good
   Ms Andrea Marmolejo, Founder of Alternative Finance Fund
   Chair: Dr Nick Sireau, Co-Founder of Findacure and CEO of AKU Society

 11:45 - 12:35 Short Talks: Current initiatives in rare diseases
  Speakers:  Dr Richard Scott, Genomics England
   Mr Denis Costello, RareConnect, EURORDIS
   Mr Egbert Biesheuvel, ASTERIX
   Ms Ayo Akinrinmade, Information Scientist at Orphanet
   Dr Charles van Heyningen, International advisor at Royal College of Pathology
   Chair: Dr Jelena Aleksic, CEO of GeneAdviser and Founding Director of CRDN 02



Schedule
AFTERNOON

 12:35 - 14:00 Lunch break and networking

 14:00 - 14:45 Short Talks: New initiatives on the horizon
  Speakers:  Prof Steve Jackson, Head of CRUK at Gurdon Institute
   Mr Denis Costello, RareConnect, EURORDIS
   Dr Larissa Kerecuk, Rare Disease Lead for Birmingham Children’s Hospital
   Chair: Mrs Kay Parkinson, CEO at CRDN

 14:45 - 15:30 Panel:  Engaging with pharma
  Panel Members:  Ms Tess Harris, CEO Polycystic Kidney Disease Charity
   Dr Tom Kenny, Global Clinical Commercial Director, Patient Connect
   Dr Jeremy Griggs, Discovery Partnerships with Academia at GSK
   Mr Adam Barak, Director at PPi Healthcare Consulting Ltd
   Chair: Dr Martino Picardo, CEO Stevenage Bioscience Catalyst

 15:30 - 16:00 Coffee break & networking

 16:00 - 16:45 Panel: Realising the benefits of new knowledge - What needs to change for this to happen?
  Panel Members:  Dr Mike Knapton, Associate Medical Director at British Heart Foundation
   Dr Helen Firth, Consultant Clinical Geneticist at Cambridge University Hospital
   Mrs Sue Berry, Parent of child affected by rare disease
   Mr Mike Johnson, Director Corporate Partnerships at MRC Technology
   Chair: Mr Alastair Kent, OBE, Director Genetic Alliance UK and Founder of Rare Disease UK

 16:45 - 17:00 Closing keynote
  Prof Stephen Hawking, CH, CBE, FRS, FRSA, Centre for Theoretical Cosmology at University of Cambridge

 17:00 - 17:15 Closing remarks
  
 17:15 - 19:00 Drinks & networking

 19:00 - 22:00 Conference Gala Dinner at St Catharine’s College
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Speakers

Ms Ayo Akinrinmade, Information Scientist at OrphaNet
Ayo trained as a Doctor of Veterinary Medicine and her interest in Vet. Public Health influenced her previous work in zoonoses 
and food safety. She has an MSc in Global Public Health & Policy and works with Public Health England where she has 
contributed to establishing a National Congenital Anomaly and Rare Disease Registration Service (NCARDRS) including 
leading the work on validating rare disease registries in England. She currently works on a project called Orphanet; an 
international portal for rare diseases and orphan drugs which aims to increase awareness on rare diseases and improve their 
diagnoses, care and treatments.

Dr Jelena Aleksic, CEO of GeneAdviser and Founding Director of the Cambridge Rare Disease Network
Jelena is a geneticist by training. She completed her PhD at Cambridge University in genomics and computational biology, 
followed by a postdoc position researching the epigenetics of a rare disease.  Through her work as a founding director of the 
Cambridge Rare Diseases Network, she’s determined to build a community of researchers and advocates to turn genomic 
advances into results for patients. She is now developing a new service, GeneAdviser: an online marketplace for genetic 
testing, making it easy for doctors to search for and order tests from accredited labs. GeneAdviser is forging partnerships with 
leading laboratories in the UK, including NHS and private labs, to make genetic testing for rare diseases, cancer treatment 
and prenatal diagnostics more accessible.

Prof Alan Barrell, Judge Business School
Alan Barrell, a Life Sciences graduate, began his working life in Clinical Laboratory Medicine and specialised in Haematology 
and Immunology. After his early work in the NHS UK, he worked for almost 20 years in the industry serving medicine 
and healthcare. He served as CEO of a major US company Baxter Healthcare with special interests and engagements in 
developments in intravenous treatment, total parenteral feeding and in product and service areas focussed on end stage 
renal disease, dialysis and transplantation. Alan’s subsequent career led him into focus on funding technology and financing 
new technologies and new companies in healthcare and the commercialisation of research.

In recent months, Alan has been active in supporting the development of new and creative forms of funding innovation – 
including an engagement with the worldwide campaign to bring Impact Investing to the fore – as one means to bring financial 
and other resources into play in support of the development of new approaches and products which if made available will 
help transform the landscape as we consider the imperative to focus on rare diseases and the people afflicted by them. 
Alan is Visiting Professor to a number of Universities in China, Finland and Japan, and closer to home is Entrepreneur in 
Residence, Judge Business School University of Cambridge, Honorary Doctor and Fellow at Anglia Ruskin University and 
Fellow and Visiting Professor at Universities of Essex, Sunderland and Portsmouth. Alan retains direct involvement in business 
as Chairman and Director of companies including Eagle Genomics Ltd., Bactest Ltd ( “SME of the Year 2014”) and MedTech 
International Ltd. Proud to be a mentor working with Accelerate Cambridge at Judge Business School. Equally proud to be 
advisor to HealX and Cambridge Rare Diseases Network.

04



Speakers

Mr Bertrand Beghin, Co-CEO Numbers 4 Good
Bertrand oversees all client project delivery at Numbers4Good including our social impact bond (SIB) portfolio and investment 
readiness advisory. He has successfully executed 2 SIBs in youth homelessness and is providing advisory on 5 others across 
health, nutrition, education, youth crime and communities.

Bertrand is an investment expert who has specific expertise in designing and implementing innovative financial products 
and experience in working with social & environmental sectors for the last 5 years. Prior to this, he spent 15 years, mostly with 
Deutsche Bank structuring equity transactions for corporate clients (Strategic Equity Transactions Group). He holds a B.Sc. in 
Computer Science from the University of Bristol and a M.Sc. in Management Science and Operational Research.

Mr Adam Barak, Director PPi Healthcare Consulting Ltd
Adam Barak MCIM, Director of PPi Healthcare Consulting Ltd, has 20 years of international pricing and reimbursement (P&R) 
practice in healthcare for both industry and in consultancy with extensive experience in establishing global P&R strategies for 
pharma, biotech and medical device and diagnostics companies and healthcare services.

After an earlier 10 year career of sales, marketing and pricing in the automotive industry with General Motors, Adam joined 
GlaxoWellcome’s International P&R division in 1996, in 1997 became Head of European Pricing and developed international 
pricing strategies for 4 of the 7 GW therapy areas, including for oncology, cardiovascular, critical care and in urology, 
anaesthesiology, diabetes, CNS and metabolic areas. Adam was responsible at GW for developing international pricing 
strategies for many lead brands such as telmisartan/Micardis (hypertension), dutasteride/Avodart (BPH), ondansetron/
Zofran (emesis), troglitazone/Romazin (diabetes), bupropion/Zyban (smoking cessation), alosetron/Lotronex (IBD) and 
sumatriptan/Imigran (migraine). In 2001 Adam joined Oxford GlycoSciences as International Pricing & Reimbursement 
Manager, developing global P&R and market access strategies for Orphan technology miglustat/Zavesca for the rare, 
inherited disorder Gaucher’s Disease, the company’s first pharmaceutical launch.

In 2002 Adam established his consulting business to provide the healthcare industry with specialised support in developing 
pricing strategies, as well as supporting funding and market access activities. PPi Healthcare Consulting now has offices in 25 
countries and for 13 years it has been providing global coverage supporting commercialisation, planning and implementation 
for drugs, diagnostics, medical devices and healthcare services.
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Speakers

Mrs Sue Berry, Parent of child affected by rare disease
Sue Berry is mum to Charlotte (age 10). Charlotte was diagnosed with agenesis of the corpus callosum at 32 weeks of 
pregnancy after gross ventricular megale was discovered during a routine scan. Whilst Charlotte was taking part in the DDD 
study, she was found to have two de novo gene mutations (ARID1B & NRXN2) in 2012. Since early 2015 this is known as Coffin 
Siris Syndrome.
 
Sue is also Mum to Emma (11) and works full time in product development for Molton Brown. She has a degree in Colour 
Chemistry from Leeds University.

Dr Egbert Biesheuvel, ASTERIX
Egbert has a PhD in Statistics and has more than 20 years of experience as a statistician in pharmaceutic industry mainly in 
clinical development. Currently he is Biometics teamleader at the Advanced Medical Division of Nutricia Research.

Egbert is chair of the scientific committee of the European Federation of Statisticians in Pharmaceutical Industry (EFSPI) and 
is researcher at the Biometrics department of the Julius Center of the University Medical Center Utrecht. In this role Egbert is 
researcher and work package leader in the ASTERIX project “Advances in Small Trials dEsign for Regulatory Innovation and 
eXcellence”. Egbert is the current chair of EFSPI’s new Special Interest Group on Small Populations.

Dr Bruce Bloom, President of Cures Within Reach
Dr. Bruce Bloom is President and Chief Science Officer of Cures Within Reach, a US based global charity that improves patient 
lives through proof of concept clinical trials testing the repurposing of human approved drugs for new indications, especially 
in rare and neglected diseases. CWR does this through the CureAccelerator™ web platform designed to bring together all 
stakeholders to drive more repurposed treatments to more patients more quickly.

Dr. Bloom is an Ashoka Fellow, and a board member of Rediscovery Life Sciences, the GARROD AKU Consortium, the Kendall 
College Charitable Trust, and Midwestern University.
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Speakers

Mr Denis Costello, RareConnect, EURORDIS
Denis has worked with EURORDIS since 2008 as the organisation’s Online Communications Manager. During that time he has 
led the launch and operation of RareConnect a multilingual social network for patients and families living with rare diseases 
www.rareconnect.org as well as being part of the team that oversees the online awareness campaign around Rare Disease 
Day (last day of February) www.rarediseaseday.org He is a regular speaker at international conference, having being invited 
to speak at international rare disease conferences (European Hematology Association, ECCO, Skeletal care Academy).

His responsibilities also include working with rare disease patient organisations internationally to build effective networks, 
raise awareness of rare diseases, and support patient-led initiatives that engage with the broader public. He enjoys putting 
a specific focus on the opportunities provided by online communication tools and social media. Prior career experiences 
include running his own technology firm while also presenting his favourite classical music on Irish national radio.

Dr Darrin Disley, CEO of Horizon Discovery
Darrin is a scientist, entrepreneur, investor and philanthropist who has started and grown numerous business ventures. He 
has secured over $250 million business financing and closed over $400 million of product, service, licensing and M&A deals. 

In 2014 was named Executive of the Year by Scrip a global award recognising leadership in biotechnology and pharmaceutical 
companies and in 2015 was named UK Quoted Company Entrepreneur of the Year, Cambridge Business Person of the Year 
and one of the 175 Faces of Chemistry by the Royal Society of Chemistry. 

He holds a PhD in biotechnology from the University of Cambridge.
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Speakers

Dr Anne Dobrée, Head of Seed Funds at Cambridge Enterprise
Anne is Head of Seed Funds at Cambridge Enterprise, managing the University of Cambridge’s £12M seed fund.  Anne and 
her team look after a portfolio of 60 companies, whilst actively supporting and investing in new companies emerging from 
the University.  Anne established the University’s philanthropic seed fund, the University of Cambridge Discovery Fund, and 
the University of Cambridge Enterprise Fund, the first Enterprise Investment Scheme fund linked to a University.

Anne has been with Cambridge Enterprise since 2000 and joined the Seed Funds team as Access to Capital and Investment 
Manager at the start of 2008, focussing on investments in the biotech area. Anne had previously worked with Cambridge 
Enterprise in a variety of roles including Head of Technology Transfer and Interim Director of CE. Anne was a founding 
member of Praxis, the UK Technology Transfer Training Programme and is currently a Director of Aqdot Ltd and Cambridge 
CMOS Sensors Ltd.

Dr Helen Firth, Consultant Clinical Geneticist at Cambridge University Hospital
Dr Helen Firth, DM, FRCP, is a Consultant Clinical Geneticist at Cambridge University Hospitals, an Honorary Faculty Member 
of the Wellcome Trust Sanger Institute, and a Bye-Fellow of Newnham College, Cambridge. Her main research interests are 
in mapping of the clinical genome and the matching of rare genomic variants to empower discovery and diagnosis in rare 
disease.

In 2004, she initiated the DECIPHER project (www.decipher.sanger.ac.uk) that enables clinicians and scientists around the 
world to share information about rare genomic variants to facilitate diagnosis and help to elucidate the role of genes whose 
function is not yet known. Since 2010 Dr Firth has been Clinical Lead for the Deciphering Developmental Disorders study 
(DDD study) (www.ddduk.org) one of the world’s largest nationwide, genome-wide sequencing projects in rare disease. The 
DDD study is a partnership project between the UK NHS and Wellcome Trust Sanger Institute that is using detailed genomic 
analysis of ~14,000 children with severe developmental disorders to improve the diagnosis of these conditions and to further 
the understanding of their genomic architecture and biology. Helen is on the Advisory Board for SWAN (Syndromes Without 
A Name www.undiagnosed.org.uk), the support group for undiagnosed children with rare disorders, and also works closely 
with the team at Unique (www.rarechromo.org), the support group for rare chromosome disorders.
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Speakers

Dr Tim Guilliams, Founding Director of CRDN
Tim is a passionate social entrepreneur. He is the Founding Director of the Cambridge Rare Disease Network, a non-profit 
aiming to foster dialogue, awareness and bring together the active stakeholders in the rare disease space. He is also the 
Founder and Chief Executive of Healx, a social enterprise helping to deliver the next generation of therapeutics to rare 
disease patients in need. Tim is engaged at the policy interface and has been a Junior Associate Fellow of the Centre for 
Science and Policy (CSaP) at Cambridge University for the last 5 years. Prior to CRDN and Healx, Tim was the Director of 
Knowledge Exchange at Innovation Forum. He spent some time at the Department for Business, Innovation and Skills (BIS) 
working on University-Industry interactions and cluster dynamics in the area of Life Sciences. His PhD was obtained in the 
field of Biophysical Neuroscience at the University of Cambridge, where his research related to the Parkinson’s disease. 
Before moving to Cambridge, Tim obtained an MEng in Bio-Engineering from the University of Brussels (VUB).
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Dr Jeremy Griggs, Discovery Partnerships with Academia, GSK
Jeremy is a Project Leader and Biologist in GSK’s Discovery Partnerships with Academia (DPAc) team. DPAc is one of 
the ways in which GSK R&D identifies and progresses integrated drug discovery collaborations with world-leading 
academic researchers. The DPAc portfolio ranges across a variety of disease areas and includes both small molecule and 
biopharmaceutical modalities. Jeremy’s GSK role draws on his expertise in: identifying and evaluating external opportunities 
for collaborations; forging strong collaborative relationships with world-class partners; project leadership in early-stage 
drug discovery; bringing insightful biological and industrial perspectives to projects across a range of therapeutic areas and 
modalities.

Jeremy has extensive knowledge of the drug discovery process, with over twelve years of post-doctoral experience in 
the pharmaceutical industry. He has a broad-ranging professional network and is a Fellow of the Royal Society of Biology. 
Jeremy read Biology at University College London and has a PhD in Biochemistry from the University of Cambridge. His 
current interests focus on innovative approaches to drug discovery which are based on partnerships between biotechnology, 
academic and industrial sectors.



Speakers

Ms Tess Harris, CEO Polycystic Kidney Disease Charity
Tess Harris is CEO of the UK Polycystic Kidney Disease Charity and President of PKD International, the global alliance for PKD 
groups. She is General Secretary of the Ciliopathy Alliance, board member of FEDERG (the European Federation of Genetic 
Renal Diseases) and a European Medicines Agency Expert. Tess is a member of the NHS Renal Transplant Clinical Reference 
Group and the first patient to chair a Clinical Study Group for Cystic Diseases within the UK Kidney Research Consortium. She 
has ADPKD (autosomal dominant polycystic kidney disease) along with 3 siblings (one deceased), inherited from her father 
(also deceased). Prior to her charity roles, Tess was an entrepreneur in cosmetics, defence, spectacles and online leadership 
learning. 

She is a former international chairman of the Chartered Institute of Marketing and latterly lectured in e-business. In her spare 
time, she designs websites and is an aspiring novelist and children’s book writer.
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Dr Hermann Hauser, KBE, Co-Founder of ARM and Amadeus Capital
In 2015 Hermann was awarded an KBE for services to Engineering and Industry. Serial Entrepreneur and Co-founder of 
Amadeus Capital Partners, Dr Hermann Hauser KBE has wide experience in developing and financing companies in the 
information technology sector. He co-founded a number of high-tech companies including Acorn Computers which spun 
out ARM, E-trade UK, Virata and Cambridge Network. Subsequently Hermann became vice president of research at Olivetti. 
During his tenure at Olivetti, he established a global network of research laboratories. Since leaving Olivetti, Hermann has 
founded over 20 technology companies. In 1997, he co-founded Amadeus Capital Partners. At Amadeus he invested in CSR, 
Solexa, Icera, Xmos and Cambridge Broadband.

Hermann is a Fellow of the Royal Society, the Institute of Physics and of the Royal Academy of Engineering and an Honorary 
Fellow of King’s College, Cambridge. In 2001 he was awarded an Honorary KBE for ‘innovative service to the UK enterprise 
sector’. In 2004 he was made a member of the Government’s Council for Science and Technology and in 2013 he was made 
a Distinguished Fellow of BCS, the Chartered Institute for IT. Hermann has honorary doctorates from the Universities of 
Loughborough, Bath, Anglia Ruskin and The University of Strathclyde.



Speakers
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Prof Stephen Hawking, CH, CBE, FRS, FRSA, Centre for Theoretical Cosmology at University of Cambridge
Stephen Hawking is the former Lucasian Professor of Mathematics at the University of Cambridge and author of A Brief 
History of Time which was an international bestseller. Now the Dennis Stanton Avery and Sally Tsui Wong-Avery Director 
of Research at the Department of Applied Mathematics and Theoretical Physics and Founder of the Centre for Theoretical 
Cosmology at Cambridge, his other books for the general reader include A Briefer History of Time, the essay collection Black 
Holes and Baby Universe and The Universe in a Nutshell.

In 1963, Hawking contracted motor neurone disease and was given two years to live. Yet he went on to Cambridge to become 
a brilliant researcher and Professorial Fellow at Gonville and Caius College. From 1979 to 2009 he held the post of Lucasian 
Professor at Cambridge, the chair held by Isaac Newton in 1663. Professor Hawking has over a dozen honorary degrees and 
was awarded the CBE in 1982. He is a fellow of the Royal Society and a Member of the US National Academy of Science. 
Stephen Hawking is regarded as one of the most brilliant theoretical physicists since Einstein.

Prof Steve Jackson, Head of CRUK at Gurdon Institute
Steve Jackson FRS, FMedSci is Cambridge University Professor of Biology, Head of CRUK Laboratories at the Gurdon 
Institute, and an Associate Faculty at the Sanger Institute. Steve’s research has provided us with many principles by which 
cells respond to and repair DNA damage, and has indicated how DNA-repair dysfunction yields cancer and other diseases. 
Steve founded the companies KuDOS Pharmaceuticals (he was CSO 1997-2010) and MISSION Therapeutics (2010-date). 
Three KuDOS drugs are now in clinical trials by AstraZeneca. One of these, olaparib/Lynparza, was recently approved for 
market in the USA and EU for ovarian cancer, and is in late-phase trials for various other cancers.



Speakers

Dr Tom Kenny, Global Clinical Commercial Director, Patient Connect
Tom first trained as a General Practitioner. He left his GP partnership to work in a Primary Care Trust, before retraining in Public 
Health Medicine.

Tom has worked in a number of roles including Director of Business Development in an acute trust and Director of 
Commissioning in a Primary Care Trust. He obtained his Masters in Business Administration from the Open University and 
Masters in Health Service Management from the London School of Hygiene and Tropical Medicine.

He was a medical adviser for the national specialised commissioning team before taking up the post of Director of External 
Relations at NETSCC. He became Director of Research Delivery and Impact in 2014.

Mr Alastair Kent, OBE, Director Genetic Alliance UK and Founder of Rare Disease UK
I came to Genetic Alliance UK over 20 years ago because I was excited by the challenge that new knowledge in genetics 
created – the idea that, for people affected by a genetic condition, yesterday’s science fiction is tomorrow’s clinical service 
improvement. Trying to transform these possibilities into positive outcomes whilst reducing the potential for abuse is an 
incredible challenge, and I feel incredibly privileged to work in this field.

The fact that Genetic Alliance UK is now a respected and authoritative voice for patients and families is something about 
which I feel pride, and also a huge sense of responsibility. It is a challenge that excited me on the first day I became aware of 
the impact of genetic disorders and which continues to excite me today.
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Mr Mike Johnson, Director Corporate Partnerships, MRC Technology
Mike Johnson heads up MRC Technology’s Corporate Partnerships division, building relationships with universities and 
charities that support life science research.



Speakers

13

Dr Mike Knapton, Associate Medical Director at British Heart Foundation
Dr Mike Knapton joined the BHF in January 2006, from a clinical background. Most recently he was Medical Director for the 
combined Cambridge City and South Cambridgeshire PCTs. He trained as a GP at Cambridge University, and has significant 
experience in Primary Care roles, especially working with heart patients. In 2002, he was elected Chairman of the Cambridge 
City Primary Care Trust (PCT) Professional Executive Committee, before becoming the combined PCTs’ Medical Director in 
2004. Mike has continued to serve as a GP one day every week since joining the BHF, as he believes it’s important to have 
frontline experience of working with patients.

As Associate Director (Prevention and Care) at the BHF, Mike is responsible for initiating innovative programmes for all people 
at risk of, or affected by, heart disease, and leads the charity’s efforts to prevent avoidable heart disease, save lives and 
maximise recovery and quality of life. He is also a much sought-after spokesperson in media work for the BHF’s health 
campaigns.

Ms Andrea Marmolejo, Founder of Alternative Finance Fund
Andrea Marmolejo is co-founder and Managing Partner at Blue Topaz Capital, advising clients on integrated financial, social 
and environmental investment and corporate strategy. In 2014 she also co-founded Principium, an investment platform that 
seeks integrated returns through investing in the public markets. Over her 25-year career, Andrea set up and managed 
thematic investment funds, and managed portfolios for private equity and hedge funds Regency Capital and Caxton 
Associates. She advised the World Bank on their impact investing strategy in South Asia and East Africa, mentored Ashoka 
fellows, and advised Foundations and NGOs pursuing sustainable business models and values-led investments.

Prior to her investment roles, Andrea was Head of Latin American Utilities Research at Goldman Sachs and a strategy 
consultant at McKinsey&Co. Andrea is a Harvard MPA, and she serves as board member and Trustee at the International HIV/
AIDS Alliance and at the Earth Education ProjectAIDS Alliance and at the Earth Education Project.

Dr Larissa Kerecuk, Rare Disease Lead for Birmingham Children’s Hospital
Dr Larissa Kerecuk is the Rare Disease Lead at Birmingham Children’s Hospital and is developing the Rare Disease Centre. 
As Consultant Paediatric Nephrologist, Larissa specialises in treating children with kidney diseases including those on 
dialysis which requires a holistic approach. Larissa is also Renal Research and Transition Lead and places great importance 
in integrating care for patients. Larissa is the founder and coordinator of the Autosomal Recessive Polycystic Kidney Disease 
Rare Disease Group in the UK and has established international collaborations with the US and Europe. Larissa also developed 
the Human Factors Course to improve patient safety.



Speakers

Dr Jonathan Milner, Founder of Abcam
Jonathan gained his doctorate in Molecular Genetics at Leicester University after graduating in Applied Biology at Bath. 
From 1992–95, he was a post-doctoral researcher at Bath, following which he worked at the University of Cambridge in the 
lab of Professor Tony Kouzarides studying cancer. He identified the market opportunity for supplying high-quality antibodies 
to support protein interaction studies, and in 1998, founded Abcam with David Cleevely and Professor Tony Kouzarides.

Jonathan is an experienced entrepreneur and investor and is passionate about supporting UK life science and high-tech 
start-ups. He has provided considerable investment and support to over 30 companies and has assisted three technology 
companies to IPO on the London AIM Stock exchange.Jonathan is Deputy Chairman of Abcam plc, a non-executive director 
of Horizon Discovery, Frontier Developments and GeoSpock. He is also Chairman of Axol Bioscience Ltd and PhoreMost Ltd.

Mrs Kay Parkinson, CEO at CRDN
Kay Parkinson was the mother of two children who were diagnosed with the ultra rare disease Alström Syndrome when they 
were aged 18 & 15, having had four previous mis-diagnosis. Both children died following heart and heart/kidney 
transplantations aged 25 and 29 respectively. She qualified as a lawyer in 1996 as a mature student, specialising in charity 
law. In 1998 she founded the charity Alström Syndrome UK (ASUK). Kay served as their CEO for 15 years before stepping 
down in 2013 to start up Alström Europe (AS EU) charity. In 2015 Kay joined the Cambridge Rare Disease Network as Chief 
Executive she believes all rare diseases need to work together for better diagnosis, treatments, services and a much needed 
higher public profile.
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Associate Prof Matt Might, Parent Entrepreneur and Founder at NGLY1.org
Matt Might’s son, Bertrand, was the first patient ever discovered with a rare disorder known as N-Glycanase deficiency. He 
wrote an essay about the process of scientific discovery, and the aftermath has been covered by an article in The New 
Yorker and in Der Spiegel. He founded NGLY1.org to find and connect with other families whose children have the same 
disorder. Together, they are able support each other and work to raise funds for research. The NGLY1 community is nearly 30 
strong less than three years since the discovery of the disorder. They are actively driving the science toward understanding, 
treatment and cure.



Speakers
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Dr Richard Scott, Genomics England
Richard Scott is Clinical Lead for Rare Disease at Genomics England where he works with the scientific and NHS clinical 
communities to maximise the clinical, transformational and research outputs of the 100,000 Genomes Project. He is also 
Consultant in Clinical Genetics at Great Ormond Street Hospital for Children and an Honorary Senior Lecturer in the Genetics 
and Genomic Medicine Unit at the UCL Institute of Child Health.

Richard trained in medicine at Cambridge University and University College London. He specialised in Paediatrics and 
subsequently Clinical Genetics in London and completed his PhD on childhood cancer syndromes at the Institute of Cancer 
Research. His main interests are in the clinical and molecular diagnosis of rare dysmorphic, neurological and multisystem 
childhood disorders. He has a particular interest in the translation of new genomic technologies into clinical practice.

Dr Martino Picardo, CEO Stevenage Bioscience Catalyst
Martino is the first CEO of the Stevenage Bioscience Catalyst. With a PhD in Biochemistry, Martino has more than 20 years’ 
experience in the pharmaceutical and biotechnology sector and is a board member of UKBI. Martino joined Amersham 
International in 1991 and subsequently went on to manage the R&D Technology Transfer Group, based in Cardiff, developing 
high throughput screening technologies for the pharmaceutical sector. Following the merger of Amersham with Pharmacia 
Biotech, Martino became the Science Director for the Cardiff site, looking to acquire and develop next generation 
technologies for the company. More recently, Martino was Managing Director of the University of Manchester Innovation 
Company (UMIC), a company set up by the university to manage all incubation facilities. In this role, Martino oversaw its 
development into a venture that housed in excess of 80 small and medium enterprises and startup companies, generating 
more than 500 jobs in the process.

In addition to his role as CEO for Stevenage Bioscience Catalyst, Martino is also acting Chairman for a start-up company, SRi 
Forensics Ltd and has previously been on the Board of Cartesian Technologies. Martino is also a non-executive Director for 
Queen Mary Bioenterprise Ltd.



Sponsors 

Dr Charles van Heyningen, International advisor at Royal College of Pathology
After graduating in biochemistry and medicine at St.Bartholomew’s Hospital, London, trained in paediatrics (Amsterdam and 
Kings College Hospital, London), pathology and chemical pathology (at St.George’s, Westminster and Kingston Hospitals). 
From 1986 at Aintree University Hospital, Liverpool and Southport Hospital as Consultant chemical pathologist, Clinical 
Director and Honorary Senior Lecturer. Has an Excellence award for medical education from the University of Liverpool and 
Fellowship award from the Association for Clinical Biochemistry. Currently an International advisor on Europe for the Royal 
College of Pathologists. Has published papers on rare inherited diseases such as porphyria, Tangier disease and Lipoprotein 
lipase deficiency.

Prof Sir Greg Winter, Master of Trinity College and Co-Founder of Cambridge Antibody Technology
Sir Gregory Winter FRS is Master of Trinity College Cambridge and until recently a member of the Medical Research Council’s 
Laboratory of Molecular Biology (LMB) in Cambridge. He is a scientist, inventor and entrepreneur. His work has involved the 
development of technologies for making pharmaceutical antibodies by genetic engineering. Such antibodies have proved 
useful for treatment of cancer and immune disorders, and now comprise many of the world’s top selling pharmaceutical 
drugs. In order to see his technologies applied, Sir Gregory founded Cambridge Antibody Technology and Domantis (both 
acquired in 2006), and most recently Bicycle Therapeutics, which is developing a peptide product for the treatment of cancer.
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Dr Nick Sireau, Co-Founder of Findacure and CEO of AKU Society
Dr Nicolas Sireau is Chairman and CEO of the AKU Society, a medical charity that works to find a cure for and support patients 
with AKU (also called Black Bone Disease), an ultra-rare disease that affects his two sons (www.akusociety.org).

Dr Sireau is Co-founder and Chairman of Findacure (www.findacure.org.uk), a charity that raises awareness into and helps 
patients with fundamental diseases: extreme and exceptional diseases that advance our understanding of medicine and help 
us discover potential new treatments (www.findacure.org.uk). He is a committee member of Rare Disease UK, the national 
alliance of rare disease groups in the UK, and of the International Rare Disease Research Consortium (IRDiRC). He is also is a 
founding member of the Cambridge Rare Disease Network and a member of the EURORDIS board of directors.

He is a fellow of the Ashoka fellowship of social entrepreneurs and of the Royal Society of Arts. He is the editor of ‘Rare 
Diseases: Challenges and Opportunities for Social Entrepreneurs’ (Greenleaf, 2013) and co-editor of ‘The Rare Diseases 
Patient Group Handbook’ (forthcoming).
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Gold sponsor
Horizon Discovery combines deep scientific experience in translational research with a precision gene-editing platform 
incorporating rAAV, CRISPR and ZFN technologies.  Horizon supplies genetically-defined cell lines, in vivo models, custom 
cell line generation, molecular reference standards, and contract research services to over 1,000 academic, clinical and 
biopharmaceutical organizations.

http://horizondiscovery.com/



Gold sponsor
Healx is a social enterprise focused on identifying next-generation drug repositioning opportunities for rare and orphan 
diseases. Our unique model places patient groups and charities central in the development process. We believe in working 
hand in hand with them to develop a cure together.

Healx uses state-of-the-art technology from Cambridge University. The combination of machine learning with advanced 
‘Omic analytics allows us to identify hidden links between drugs and diseases. This approach selects drug repositioning 
candidates with a much higher probability of success, which has been validated in a number of different disease areas.

http://healx.io/

Sponsors
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Gold sponsor
GeneAdviser is an online marketplace for genetic testing, making it easy for doctors to search for and order tests from 
accredited labs. Combining easy online searching and ordering functions with quality metrics, GeneAdviser enables more 
doctors around the world to use genetic testing in their practice.

Whilst genetic testing shows huge potential in many fields including cancer treatment, neurology, pharmacogenomics and 
preventative medicine, the GeneAdviser team were inspired specifically by the unmet need for testing for rare diseases. 
Their service will be available for a wide range of purposes, but their core mission is to make tests for rare diseases more 
accessible.

http://www.geneadviser.co.uk/



Silver sponsor
Alexion is a global biopharmaceutical company focused on developing and delivering life-transforming therapies for patients with devastating and 
rare diseases. Patients with these life-threatening diseases often have no effective treatment options, and they and their families suffer with little hope. 
Our goal is to deliver medical breakthroughs where none currently exist. We are driven because we know people’s lives depend on our work.
As we continue to expand our operations into additional countries, Alexion is advancing the most robust rare disease pipeline in the biotech industry, 
with highly innovative product candidates in multiple therapeutic areas. Alexion is establishing a premier global metabolic rare disease franchise with 
two potential therapies in late-stage development for hypophosphatasia (HPP) and Lysosomal Acid Lipase Deficiency (LAL Deficiency, or LAL-D). In 
addition, as the global leader in complement inhibition, we are strengthening and broadening our portfolio of complement inhibitors across diverse 
platforms.

http://alxn.com/ 

Silver sponsor
MRC Technology is an independent life science medical research charity committed to improving the odds of positive patient outcomes everywhere. 
As a champion for human health, MRC Technology partners with academic, biotechnology, pharmaceutical, and charity organisations to move 
promising medical research forward into viable and accessible patient treatments. Our people combine commercialisation and IP management skills 
with  diagnostic and drug discovery expertise, specialising in small molecule and therapeutic antibodies. MRC Technology projects have led to the 
approved drugs Tysabri®,  Actemra®, Entyvio® and Keytruda®, changing the lives of countless patients by harnessing the potential of science.

www.mrctechnology.org 

Sponsors
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Bronze sponsor - http://www.congenica.com/ Bronze sponsor - http://www.sobi.com/en/ 

Bronze sponsor - https://www.bluebee.com/Bronze sponsor - http://www.ppi.consulting/ 



Special thanks to
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Evolution Education Trust
Gold donor



Special thanks to
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Cambridge Judge Business School is a great business school at the heart of Cambridge, advancing knowledge and leadership through people who 
leave a mark on the world. Since 1990, Cambridge Judge has forged a reputation as a centre of rigorous thinking and high-impact transformative 
education, situated within one of the world’s most prestigious research universities, and in the heart of the Cambridge Cluster, the most successful 
technology entrepreneurship cluster in Europe.

Cambridge Judge pursues innovation through inter-disciplinary insight, entrepreneurial spirit and collaboration. Cutting edge research is rooted in 
real-world challenges and students and clients are encouraged to ask excellent questions to create real-world change. Undergraduate, graduate and 
executive programmes attract innovators, creative thinkers, thoughtful and collaborative problem-solvers, and current and future leaders, drawn from 
a huge diversity of backgrounds and countries.

Findacure is a UK charity building the rare disease community to drive research and develop treatments. We work to: empower rare disease patient 
groups to take on the challenges of their conditions, facilitate treatment development through an innovative non-profit drug repurposing programme, 
and campaign for a receptive research environment which recognises the fundamental importance of rare diseases. Findacure follows in the footsteps 
of William Bateson, the father of modern genetics, who reminded us that we should ‘treasure our exceptions’.
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info@camraredisease.org

www.camraredisease.org

facebook.com/CambridgeRareDisease

@rarediseaseuk

www.linkedin.com/groups/Cambridge-Rare-Disease-Network-8234547


