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Education and Engagement
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Schools Public Health Patients &
Professionals Families
Genetics Public talks & Study days Events:
roadshows lectures meetings/family
Conferences days/ information
Sixth Form Community group days
Conference talks Workshops
Support groups
Teachers’ Genetics  Public Genetics Genomics
Network Network Roadshows Policy work
Careers events Public Genetics Patient network
Conference

Teachers’ CPD Campaigns



Networks

Rare Disease Patient Network
« Launched Oct 2015

* Over 150 members

* E-newsletter: information on
activities, events and involvement
opportunities

* Annual Meeting (October)

Public Genetics Network
* E-newsletter: information about WGP
activities; genetics/genomics news
 Public Genetics Champions;
involvement opportunities

Annual Conference (summer - south
Wales, autumn - north Wales)
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Public and professionals
are EQUAL PARTNERS
through CO-PRODUCTION

CARE FOR those with
the greatest health need

. Reduce
INAPPROPRIATE
VARIATION

through EVIDENCE-BASED
approaches




Scoping Workshop - Annual Rare Disease Patient Network meeting - 2017 ﬂ




The task...

e Bringing together information about rare disease research projects from many
sources in one accessible website

e Ability to search for disease specific projects

e Connect with Health and Care Research Wales projects

¢ Include information about different types of research

e Create a network of researchers involved in rare disease research

e Highlight benefits of being involved in research




Rare Disease Research Portal
What?

« A gateway for patients and public to become involved
in research

« Highlight research opportunities in Wales; signpost to
other organisations and information

* Provide information on training and up-skilling to
empower and support participation in research

How?

» Consultation Workshop: Rare Disease Annual Patient
Network Meeting - 2017

* Development - 2018 - 2019
« Usability testing - July 2019
« Launch & Feedback 10 October 2019
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You might be a patient leaking for research projects Leoking into
a rare disease, or maybe you're just generally interested In what
rare disease research Is happening Invelving Welsh patients. If
50, we hope this gateway will provide some of the information
you are looking far.
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1IN 17 PEOPLE WILL SUFFER FROM A RARE DISEASE

A 5="" 6,000+

m

N RARE DISEASES Wales Gene Park has worked with patients and families, the
EUELY S st VN public and ather partners to bring together as much infarmation
A KNOWN CAUSE BE0% OF PATIENTS 3 as we can find about rare disease research projects for Welsh
0% ARE OF A WOULD HELP WITH patients in one place - the Rare Disease Research Gateway.

GENETIC ORIGIN RESEARCH

Contact us: If wou would Lke to get in touch with us about the
gateway, please email: XXX

Rare disease research legining rare disease Learn more about research  Finding support for rare
today research disease




Cymraeg

o Wales PARC
] LEMNE ceneted .
PARK cymgu Rare Disease Research Gateway

?'1|":

You have searched for "polyposis’...
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A prospective Europe-wide 5tudy of Duodenal Disease in MUTYH-

Search for research projecis ..

Associated Adenomatous Polyposis (MAP)

Pasted 2 months ago by Wales Gene Park

We will undertake @ prospective study of adult MAF patients with confirmed bi-allelic mutatiens aoross
collaborating European centres. Data from upper €l surveillance procedures including endoscogy and
histopathology findings will be collated as an ongoing process by the Institute of Medical Genetics, l =
Cardiff, UK where it will entered Into a database and stored safely. We will also collect prospectively  Rare disease research
data on other incident cancers diagnosed in these patients. ALl causes of death and all dates of death today

will be recorded. Recrultment of patients from the Eurepean centres and consent will be obtained using
local procedures, and ethical approval will be obtained in each country. &s MAP Is & rare disorder, and
the interval between survelllance proceduras may be as much as 5 years, this study Is planned to t2ke
place over 20 years.
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Igining rare disease

MNSCCG research

Pasted I months ago by Wales Gene Park

Hational Study of Colarectal Cancer Genetics Thera are several different factors that can increase risk af
develaping bowel {colorectal) cancer. One is an inherited faulty gene (genetic mutation). An inheried
genetic mutaticn may mean that severzl peaple in the same family develop bowel cancer. This is called
a strang family histery’. Inherited conditians such as familial adenomatous polyposis (FAF) or hereditary
nan-polyposis colerectal cancer (HHPCC) also Increase risk. The increase in risk will depend an which
gene 5 damaged, or even on which part of the gene Is damaged. Some genetic mutations are ‘high
penetrance’ and increase risk a Lot Others are low penetrance” and dont increase risk very much. The
alm af this study is o find owt more about high penetrance genes, and how much they increase risk. And
1o Look for new low penetrance genes.
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Finding support for rare
disease

A prospective Europe-wide Study of Duodenal Disease in MUTYH-
Associated Adenomatous Polyposis (MAP)

Pasted § months ago by Wales Gene Park
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e Genomics Cafes throughout Wales - upcoming:
-Newport - 4th November
- Swansea - 7th November
- Wrexham - 12th November
- Cardiff - 2nd December
- Carmarthen - 5th December

e Rare Disease Patient Network Annual Meeting - 10th October
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Emma Hughes

emma®@geneticalliance.org.uk
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