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For this edition of GIG
today Melissa has asked me
to write about the remit of
some of the Committees
which GIG is involved with
and how they affect the
research and development,
and it’s application by the
NHS and others for the
benefit of those with genetic
disorders.

The first of these is the
Human Genetic Commission
(HGC). This is an independent
body which advises Ministries
in the Department of Health
and the Department of Trade
and Industry about social,
ethical and practical issues
that arise from genetics and
which have a bearing on

Alastair Kent -
Director of GIG

health or healthcare. The
HGC has recently looked at
topics such as privacy of
genetic information, insurance
issues and genetic testing.
Its work plan includes an
examination of genetics and
reproductive technologies as
well as keeping an eye on a
wide range of other issues.

The Genetics
Commissioning Advisory
Group (GenCAG) is a

Department of Health Group
that brings together those who
provide NHS services for
patients and those who pay for
them (the commissioners)
GenCAG has recently
established a sub-committee
which is developing plans for
networking and testing
laboratories so that patients
and families are able to get
access to testing services
across the country and to
ensure that tests become
available quickly and logically
as research advances.

Professional issues are
the responsibility of the
Medical Royal Colleges.
The Royal College of
Physicians, The Royal
College of Pathologists, and
the British Society for
Human Genetics they look
at things such as training for
doctors and scientists, trying
to make sure that there are
enough in the pipeline to meet
the demand created by
improved services and also
to replace those who retire!
In London there are four
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clinical genetics centres and
a large number of Primary
Care Trusts who commission
services for them.

The Genetics Advisory
Group tries to set standards
— for example by developing
protocols to ensure that
access to tests for the genetic
forms of breast cancer are
equitable and logical across
the whole of London.

The Orphan Medicinal
Products Committee
(COMP) is part of the
European Agency for the
Evaluation of Medical
Products (they are based in

COMP is the
committee that
mends that possible new
products for rare disorders
get "orphan designation”,
and so become eligible for
incentives to encourage
their development.

specialist
recom-

NHS Lifehouse is a scheme
to link medical records
electronically across primary,
secondary and specialist care
so that the quality of the
information available for
clinical decision making is
based on comprehensive and
up to date patient records that
are accounts and accessible.

Docklands

in London)

EMEA is the body that

licenses

medicines, and

a controversial issue.
Association of British Insurers

Genetics and insurance is
The

has been trying to grapple with
the implications of genetic
developments, and GIG has
been helping to make sure
that insurance companies base
their policies on a realistic
appreciation of what the issues
are, and that they don’t get
carried away by some of the
more "enthusiastic" claims
about the power of genetics.

The Progress Educational
Trust is a charity which
publishes commentaries and
educational materials, and
which arrange conferences
and workshops on issues
around genetics and assisted
reproduction. We have close
links with them and often
work together on issues of
common concern.

Sometimes it feels like life
is measured out by committee

meetings, but it is a reflection
of the way in which decisions
about policy and practice are
made and how the resources
are allocated for new and
existing services. GIG’s
voice in the decision is one
which people tend to seek
out, because they know we
have a membership that can
and does make its views heard.
Our membership also has
direct experience of the
reality of life with a genetic
disorder in the family.

If you want to know
more about the work of any
of these committees let me
know, and we will be happy
to share what we are doing
in more detail.

Alastair Kent
Director

GIG
foda

Thank you all for your
fabulous articles that have
been pouring through the
mailbox since Christmas.
Not all of them will appear in
this issue but don't worry,
they will be appearing in the
next couple of
However, if you do have
something you would like to
tell our members about then
please do let me know and I
will add it into the next issue
eg. events, seminars, success-
ful fundraising, develop-
ments in care or treatment.
Please email me at
melissa@gig.org.uk

issues.
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Earlier in February I had
the pleasure of meeting one
of our members, Pippa
Gillham at the Reading
Sickle Cell and Thalassaemia
Service. This service is pro-
vided by the NHS at the
Royal Berkshire Hospital
and Pippa's main areas of
work focus on being a con-
tact point to parents and
patients and also to offer
them support. Pippa will
speak to any mother expect-
ing a baby, who either has a
history of sickle cell or tha-
lassaemia in the family, or
who has taken a test

Reading

Sickle Cell

and Thalassaemia

(o bOU'I'o ee Service

‘What is sickle cell?

Sickle cell disease is a life long, life threatening disorder of
haemoglobin, which is the substance that carries the oxygen we
breathe from our lungs to the rest of our body. It is found in
the red blood cells and gives them their colour. When Sickle
haemoglobin is deoxygenated, it crystallises and forms long
chains within the red blood cell, which causes the cell to
become misshapen and rigid. In this form it cannot pass
through the capillaries and will result in a logjam of blood
cells. The outcome for the affected person is bouts of acute and
overwhelming pain (sickle cell crisis), chronic tissue damage,
anaemia and high risk of succumbing to infections such as

meningitis and pneumococcus.

Management of sickle cell is aimed at preventing these crises
by keeping the body in a steady health state - plenty of fluids,
avoiding chills, penicillin regimen, good diet, early treatment of
infections, avoiding alcohol and smoking etc.




and found that they are a
carrier of the condition.

INITIAL TEST

Patients who are pregnant
have a blood test in the early
stages of pregnancy, between
12 - 16 weeks, and they can
be tested for sickle cell and
thalassaemia at this stage. If
they are found to have a trait
of the condition, Pippa will
meet and speak with the mid-
wife and then to the parent .
After this initial test it is
important to test the father
of the child, to establish
whether or not he is a carrier
of the condition as well. If
he is, then both parents
would be carriers and that
child would have a 25% (1:4)
chance of being affected by
the condition. At this point,
Pippa will give counselling to
both parents in order that
they can make a decision that
is right for them.

PRE-OPERATIONAL
TESTING

The most common way of
testing for these two condi-
tions is by antenatal testing
or pre-operation testing. If a
person has a mild form of
sickle cell disease, they could
be living with it unknow-
ingly, putting aches and
pains down to other things.It
is vitally important that
people are tested prior to
having an operation because
an anaesthetic could put
them at a serious risk of
sickle cell crisis because of
reduced oxygenation of the
blood. Dehydration will also
affect blood flow and so
people with sickle cell disease
are given extra oxygen and
fluids before, during and
after surgery. They may also
need a blood transfusion.

What is Beta Thalassaemia Major?

It causes the red cells to be smaller than usual and to contain little or no Haemoglobin A (the usual
adult haemoglobin). These cells are ineffective oxygen transporters and are rapidly broken down by
the body. Patients have to receive regular blood transfusions every 4 - 6 weeks as well as take a drug
called Desferal. This drug prevents iron overload in the body but can only be administered using a
small portable pump, squeezing the drug very slowly under the patient's skin for about 10 hours a

day.

Before blood transfusions no one with Beta thalassaemia Major survived. From the late 1940's
people were given blood transfusions but doctors were not aware that a side effect of this was a very
high iron level in the blood and so people died generally in their late teens due to the iron overload.
In 1960's the treatment changed as people in their early teens were given an the iron chelating agent
( Desferal) which enables excess iron to be excreted from the body. More recently an oral iron
chelating agent has been developed and is used in conjunction with Desferal infusors, i.e. Desferal
infusors three times a week and Deferiprone tabs three times a day every week. Pippa (and others)
are still studying this group of people, as they are the first generation to live as long as they do.
They now live to their 30 - 40 's + and their life expectancy may well increase beyond this, we just

don't know yet.

AWARENESS RAISING
IN THE COMMUNITY

Pippa is raising awareness
of the conditions, not only
informing people of the
screening that is available but
also making more informa-
tion available and accessible
about the actual condition.
There are roughly 12,000 suf-
ferers of sickle cell in the UK
and the awareness at present
is not on a par with condi-
tions with similar incidences.
For example, a greater
number of people are
affected with sickle cell than
are affected by cystic fibrosis.
The incidences of beta tha-
lassaemia major are slightly
rarer with 700 cases in the
UK. It is however potentially
a life threatening condition
and so it is extremely impor-
tant that people are made
aware of the risks.

Pippa is working with the
community nurses and mid-
wives to promote further dis-
cussions of these conditions
and to make the medical
community more aware of
the need to inform patients.
Community midwives are
normally the first point of
contact for an expectant

mother and they will be
booking in all the antenatal
appointments. Therefore it is
vital that they are given as
much information as possi-
ble.

Along with giving the
community nurses and mid-
wives a deeper understanding
and awareness of this condi-
tion, Pippa also works to
educate staff in schools, GP's
and the community in gen-
eral.

She is teaming up with the

Cystic  Fbrosis  Nurse
Specialist and Ante-Natal
Clinic  Sister to offer

Secondary School pupils the
opportunity to attend work-
shops which will highlight
these conditions and discuss
the implications of genetic
screening. Pippa (I am
pleased to report) uses some
of the activity sheets from
GIGS "Genes and You"
folder, along with other
teaching equipment. By
working with children she
hopes that awareness will be
raised at ground level.
Pippa's role does not exist
in every acute trust, but in
many areas throughout the
country. It is left to each
acute trust as to what patient

support care they provide.
To see a list of these centres
please look at

www.stacuk.org

There are over 60 people
who attend the Reading
Sickle Cell and Thalasaemia
Service on a regular basis.
Pippa also organises an
annual outing for all her
patients and is there for regu-
lar support and information.

Statistics of these two
conditions in the UK
population

* 1:4 West Africans carry
sickle cell or Haemoglobin
C trait (another unusual
haemoglobin ~ what can
combine with sickle cell to
cause sickle cell disease)

* 1:10 Afro Caribbean
population carry the sickle
gene (are sickle cell carriers)
* 1.7 Cypriots carry the
beta thalassaemia gene
(beta thalassaemia carrier)
* 1:10 — 1:25 Asians carry
the beta thalassaemia gene
(beta thalassaemia carrier)
* 1: 1,000 is a rough
estimate for the prevalence
of either sickle cell or
thalassaemia in the
Caucasian population



The Huntingtons Disease
Association is a patient
organisation that was set up
in 1974. It is a registered char-
ity that exists to support fam-
ilies that are affected by
Huntington’s disease. It also
provides support, advice and
education to professionals
who are caring for families
affected by this illness.

The Association is managed
by the Executive Council, this
consists of family members
and professionals, whose
working lives involve sup-
porting families affected by
Huntington’s disease. The
Association also has an exter-
nal advisory committee (The
Medical Advisory Panel),
who offer expert advice on
medical and research matters.
There are separate organisa-
tions for Eire and Scotland.
The Association is an active
member of the International
Huntingtons  Association
participating in bi-annual
meetings world-wide.

The Association is a regis-
tered charity funded entirely
on the donations from com-
panies and trusts, and the
corporate sector.

Aims and Objectives include:

* to provide support to suffer-
ers, carers and those at risk of
Huntington’s disease

* to promote and support
medical and social research
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* to promote and secure effec-
tive care facilities

* to develop local facilities to
meet local need

* to provide specialist advice

* to develop and support
branches and groups
throughout England and
Wales

* to provide literature on all
aspects of the illness

* to educate other service
providers as to the needs of
families affected by
Huntington’s disease

* to create public awareness of
Huntington’s disease in order
to eradicate ignorance

* to raise funds in order to
accomplish these aims

The Association Offers:

* A central information and
support service which oper-
ates from its registered office
in London. The
Administration Team con-
sists of both paid staff and
volunteers.

* The main thrust of the
Associations work is the
regional care advisory service
(RCA). This consisits of 20
paid employees, who are
either nurses or social work-
ers. They provide information
and advice to families; answer
crisis calls; advise and liase
with professionals; promote
and develop a range of local
services; identify suitable
local residential, nursing and
respite facilities; liase with

local branches and self

help groups; give talks,

presentations, training

and organise study days and
seminars;  support care
providers; raise awareness of
Huntington’s disease.

» The Association has a net-
work of local branches and
support groups throughout
the country. They provide an
informal setting for families
to mix socially; offer support
and advice; share experience
and ideas; fundraise and raise
awareness of Huntington’s
disease. They provide a forum
to share a common purpose
and reduce isolation.

* The Association provides
research  grants  yearly
towards specific projects and
studentships.

* The Association provides a
twice yearly newsletter,
source of practical tips,
research updates and sharing
of experiences.

e Information - The
Association has a compre-
hensive range of written
information about HD
including books and leaflets.
It also has videos.

* A Welfare and Respite
grant fund.

* Membership — A profes-
sional and family member-
ship is available free of
charge. Services are offered to
members and none members.
Fact File

* Huntington's disease is a
progressive neuro-psychiatric

The Huntington’s
Disease Association

disorder

« It is hereditary

* Every child born to a parent
carrying the Huntington's
gene has a 50% risk of inher-
iting the gene

» Huntington's disease affects
males and females equally

* The onset of symptoms is
usually between the ages of
30 - 55, although there is a
juvenile form of the illness
and people have been known
to develop the illness later in
life

* There are between 6 - 10,000
sufferers in the UK

* Huntington's disease causes
a steady decline of people's
physical, emotional and cog-
nitive skills

* There is no cure but the
Huntington's Disease
Association offers regional
care advisers who can provide
help and support

Get In Touch

By phone
0207 223 7000

By e mail
info@hda.org.uk

On the web
www.hda.org.uk

By post
108 Battersea High Street,
London, SW11 3HP.

Article prepared by Cath Stanley.
Team Leader — Regional Care

Advisory Service.



Steering group of RDA Uk split from
contact a family

The Steering Group of RDA.UK have decided that
RDA.UK should become an independent charity,
apart from Contact a Family. The reason for this
decision lies in the fact that there are very different
roles for the two organisations - while RDA will be
very much involved in lobbying for rare disorders,
Contact a Family will continue its family support
work, information and advice to parents, professionals
and groups, and to produce the Directory of Specific
Conditions and Rare Disorders. Contact a Family also
hopes to be a member of the RDA.

The Steering Group members are the first to
acknowledge the debt we owe to Contact a Family for
nurturing the RDA through many years and wish to
stress that we will continue to work in close

collaboration in the future.

The Steering Group are now working on fundraising
with a view to having a co-ordinator in place by the
middle of the year as well as all the formalities
involved with becoming a registered charity. We will
soon be seeking nominations for Trustees, so make
sure you are on our mailing list as well as that of

Contact a Family

Rare Disorders Alliance

- the story so far

The Rare Disorders
Alliance, RDA.UK was
launched in 1997 by Contact
a Family. It brought together
groups, families and individ-
uals affected by a rare disor-
der such as XP. Contact a
Family has until 2002 pro-
vided the secretarial and
management support of
group. The XP Support
Group has been member of
this Alliance and is now part
of the Advisory Board.

Now that Contact a
Family no longer manages
the Alliance, members are-
seeking to establish the
Alliance independently.
Sandra Webb is a member of
the Task Force working on
this.

A rare disorder, as defined
by the European Union, is a
condition which affects 5 or

less people in every 10,000.
Individually rare disorders
affect relatively few.
Collectively they affect the
lives of between 5-8 percent
of the European population
of 25-30 million. It is esti-
mated that up to 4 million
children and adults are
affected by rare disorders in
the UK.

The Alliance believes that
rare disorders should be a
public health priority. The
large numbers of people
affected, as well as the sever-
ity of some of the disorders,
means that those with rare
disorders have to compete for
equal access to health
resources and social services.
In the

UK there is little recogni-
tion of rare disorders at a
national level.

The Government has yet

to take on board the recom-
mendations of the

European Union to con-
sider rare disorders within
the context of public health
programmes (Article 6(2) of
Decision 12951991EC).

As rare conditions have
little recognition at national
level the Alliance is working
to ensure that they are
included the current govern-
ment  National  Service
Frameworks (NSF) for chil-
dren and long term medical
conditions.

The Alliance is also part
of the European Alliance -
Eurordis. Sandra  Webb
recently represented the UK
at the 5th European work-
shop in Paris.

The workshop discussed
projects to provide an infor-
mation network for

rare disorders in Europe.
The projects are being
funded by the European
Union.

To become a member of
the RDA.UK or for further
information please contact:

RDA

c/o Primary
Immunodeficiencies
Association on

tel: 020 79767640 or
mailto:info@pia.org.uk .



Human Tissue

- A Precious Resource for Medical Research

Access to human samples is
invaluable for medical
research; families affected by
genetic disorders become
accustomed to providing
blood and sometimes other
tissues for diagnosing and
monitoring their condition.
Many also volunteer to
become involved in research,
benefiting others affected by
the condition. The gift of
human tissue for research
also enables developments in
diagnostics and treatments
for a much wider range of
conditions, as well as genetic
disorders, and one organisa-
tion in the UK is dedicated
to providing this precious
resource to research teams

GIG
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in an ethical and transparent
manner. This is especially
important in light of the
recent controversies surround-
ing human tissue specimens
retained by pathology
departments.

The UK Human Tissue
Bank is a not-for-profit
organisation that was estab-
lished in 1999 at De Montfort
University in Leicester, with
the mission of increasing the
availability and use of human
tissue in biomedical research.
The organisation provides
an effective mechanism
whereby researchers can be
supplied with the types of
human tissues that they

require for approved
research programmes. The
Bank operates with the
knowledge of the Department
of Health and according to
their latest Research
Governance Framework for
Health and Social Care,
under the approval of NHS
multi-centre and Local
Research Ethics
Committees.

The tissues they receive,
process and distribute come
from two sources. One source
is organs removed from brain
stem dead cadaveric donors,
where the organs are non-
transplantable or rejected
for transplant and where

consent has been obtained
for research. The second
source is surgical residue
tissue where the patient has
consented to residual material
being used for research.
Living donors are given this
option for donation on the
clear understanding that the
surgical procedure will be
unaffected by their decision
to consent or decline. A major
focus to date has been on
obtaining healthy liver tissue
removed from patients having
an operation to remove a
tumour from their liver.
Even small amounts of
tissue donated in this way
can be very useful.



All research teams wanting
to use human tissue donated
to the Bank are visited by
the Director, pharmacist Dr
Samantha Orr, or one of
her team, to discuss the
project and ensure that the
proper ethical approval is
obtained. Once ethical
approval is agreed, a legal
document binds the
researcher to the specific use
that they have received
approval for. Such use is
monitored by the Bank with
a regular audit.

Jacki Trafford, the Tissue
Procurement Manager has
embedded a framework for
donation for research. As a
former transplant co-ordi-
nator and intensive care
nurse she understands the
issues and challenges of
organ donation, working
with the transplant teams
around the country who are
able to provide tissue for

research when transplanta-
tion is not possible. Jacki
also ensures that families of
those who have donated tis-
sues are made aware of the
medical research that has
been made possible, so that
they can see the benefit of
the decision that was made.

Liaison with the tissue users
is the responsibility of Carol
Granger, who has just
joined the Bank as
Researcher Liaison
Manager. Carol is a micro-
biologist who has worked in
the medical device and diag-
nostics fields; she is the
main point of contact for
laboratories applying for or
already approved for access
to donated human tissue.

Amongst the research pro-
grammes involving human
tissue supplied by the Bank
is a project at the University
of Bath, in which Dr David

Tosh and colleagues are
trying to develop a function-
ing pancreas from liver cells,
to treat diabetes. Other
examples include the devel-
opment of a bioartificial
liver and safety testing of
new drugs. Liver cells are
responsible for processing
many drugs and much
research uses the functional
cells of the liver for predic-
tion of novel drug turnover
and suitability for clinical
use. Using human cells in
this way identifies potential
problems with drug safety
early in the development of
new treatments and gives a
better indication of the way
a drug will be metabolised
than using a laboratory
animal. Since many of these
tests were previously done
using experimental animals
the use of human liver cells
in this way has more than

human benefits. The team at
UKHTB is committed to
the ethical development of
the tissue service for the
improvement of human
health, whilst at the same
time helping to reduce or
even replace some animal
tests. UKHTB has fostered
strong links with organisa-
tions that support the 3Rs
including FRAME and
ECVAM and our director is
a member of the Focus On
Alternatives group.

The Tissue Bank operates
on a strictly not-for-profit
basis, working on a cost-
recovery basis for the supply
of tissue, with the customer
paying for administration,
processing and delivery of
the tissue. More information
about UKHTB is on their
website at www.ukhtb.org.

Pictures provided by Leicester Mercury



GIG
NEWS& Visions of Science includes
DNA Photographic Award

EVENTS

In celebration of the 50th
Anniversary of the discovery
of the structure of DNA, the
2003 Novartis and The Daily
Telegraph Visions of Science
Photographic Awards are
including a special DNA
photographic Award this
year. Sponsored by the
Medical Research Council,
this Award is for the best
image about DNA, the sci-
ence of genetics, or its
impact on people's lives.

Visions of Science is looking
for images that challenge the
way we look at the world -
that are surprising, thought-
provoking or simply beauti-
ful. DNA images can be
taken by a film or digital
camera, specialist photo-
graphic technique or they
can be computer generated.
The winner will receive £500,
a chance to see their image
published nationally and
then form part of a touring
exhibition.

Visions of Science is the
leading science photography
competition in the UK,
attracting increasing interest
from scientists, the public
and of course photogra-
phers. This year, NESTA, the
National Endowment for
Science, Technology and the
Arts, is sponsoring Visions of
Science to expand opportu-
nities for the general public
to appreciate the link
between art and science
through lectures and exhibi-
tions.

Anyone interested in enter-
ing should visit the website
to find out more and down-
load an entry form
www.visions-of-
science.co.uk or call 020 7613
5577.

For further press informa-
tion and supporting images
please contact :

Sue Bird on

Tel 01372 454210
sue.bird@btinternet.com

BOOKS...

The author of this book is of the worlds leading authorities
on this genetic neuromuscular condition. He has experience
of treating and visiting families and has had hands on
experience of research. The book is small, easy to turn the
pages, and is full of information that families with
Myotonic Dystrophy have needed for years. It is the first
book written for families. The book will answer many
questions, medical and social needs are highlighted. The
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or Victoria Lush on
Tel 01720 825396
victoria@vlush.free-
online.co.uk.

DNA by Alfred
PasiekalScience Photo

Library Library

The Fragile X Society Scottish Family Conference

Saturday 17 May 2003 at the Stirling

Management Centre Attendance free to Fragile X
Society family members including lunch and

refreshments Creche facilities available.

The Fragile X Society AGM and National
Family Conference
Saturday 28 June 2003 at the Holiday Inn,

Birmingham Attendance free to Fragile X Society
family members including lunch and refreshments

Creche facilities available.

Appendix includes considerations for Anaesthetics, and also
has a picture of the Care Card, and tells of the Support

Group organisations. The Book is dedicated to the
Myotonic Dystrophy Support Group.

Myotonic Dystrophy ‘the facts
By Prof. Peter S. Harper

Printed by OUP. Price £10.99
Oxford University Press;

ISBN: 0198525869

Genetic fingerprint by
BluestonelScience Photo



New publication

Policy into @
Practice
GUIDE

MARK DUMAN MARCH 2003

Producing
Patient
Information

HOW TO RESEARCH, DEVELOP AND PRODUCE
EFFECTIVE INFORMATION RESOURCES

Health care providers are, by definition, also information providers

whether offering patients standard instructions on how to take medication or
giving complex advice on a range of treatment options. Clear, appropriate and
timely information is critical if patients are to understand their situation,
grasp what they need to do, and make informed decisions.

This new, fully revised second edition of the best-selling Practicalities of
Producing Patient Information (PoPPi) Guide is designed to support a wide
range of health professionals in the public, commercial and voluntary
sectors to develop the quality and impact of the information they produce.
Fully updated in line with the latest developments in new media such as

CD ROMs and the internet, the guide also shows how to use traditional media,
such as print, to the best advantage.

Producing Patient Information offers a complete, step-by-step guide to each
stage of the information process, from developing an information policy, to
writing and disseminating print and electronic materials. Designed to be read
through, dipped into or used for reference, it includes:

B section-by-section overviews and action points

m information boxes that pull together additional useful facts
m a wealth of case studies and practical illustrations

m extensive further reading and useful contact listings

m a detailed index.

This guide will be an invaluable resource to clinical and non-clinical staff
working in the NHS in acute and primary care settings and to allied
health professionals. It will also be of interest to voluntary organisations
and university departments specialising in health care, pharmaceutical
companies and health communications agencies.

Contents: Why provide information? Before getting started. Planning an
information package. Collecting the evidence. Content and presentation.
Choosing the medium. Attaining quality. Dissemination. Evaluating and
updating. Listings. Index.

ISBN 1 85717 470 4 March 2003
140pp Price £20.00

The King s Fund is an independent charitable foundation working for better health, especially in London. We King’s Fund

carry out research, policy analysis and development activities, working on our own, in partnerships, and through 11 13 CAVENDISH SQUARE
LONDON W1G OAN

grants. We are a major resource to people working in health, offering leadership and education courses; INFORMATION o020 7307 2568
SWITCHBOARD o020 7307 2400

seminars and workshops; publications; information and library services; and conference and meeting facilities. www.kingsfund.org.uk




ALSTROM SYNDROME UK

Affiliated to Alstrom Syndrome International, Rare Disorders Alliance, Contact a Family and Genetic Interest Group

PATRON ADRIAN SANDERS MP Founder Kay Parkinson (LLB Hons) Chair: Dr Michael Hales
Registered Office, 499 SOUTHFIELD AVENUE, PAIGNTON, S DEVON TQ3 1LH Tel/Fax 01803 524238

PRESS RELEASE

Alstrom Syndrome UK is pleased to announce that as a
guest charity of this years Jeans for Genes appeal they are
able to fund the worlds first medical research post into
Alstrom Syndrome. The post commencing in May 2003 is
to be based at Birmingham Children’s hospital and the
researcher will have access to the new state of the art
£28million Institute of Biomedical Research facilities
opening there in September 2003.

The research is titled : The development of a molecular
genetic test for Alstrom Syndrome and association studies
of genetic variation in the ALMSI1 gene and type two

diabetes in the UK population.

e-mail alstrom@syndromeuk.freeserve.co.uk http://www.alstrom.org.uk

Diabetes UK are joining the project and funding a similar
research post based in the Department of Diabetes and

Metabolism in Newcastle.

For further information please contact:

Kay Parkinson
Company Secretary
Alstrom Syndrome UK
01803 524238
info@alstrom.org.uk
www.alstrom.org.uk

Two Research Assistants
arrive at GIG

I would like to start by
thanking all member groups
that sent in copies of their
information leaflets/tapes
available in different
community languages.
We received material from
a total of 14 different
organisations and some
of that material will be used
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Pritti Mehta Ph.D
Genetic Interest
Group

in our London Genetic
Knowledge park study to
help develop and improve
the future translation of
genetic information for
minority linguistic/ethnic
communities. In order
to assist in this work I
have had the pleasure of
recruiting two new research

assistants from Brunel
University. Kavita Sangha
and Parul Vansadia, both
in their final year of study,
will be carrying out a six-
month work placement with
us starting in February/
March 2003. T am sure that
they will be a very strong
asset to our organisation,
produce some very good
research and may even have
the fortune of meeting
some of you during the

course of their work!
The pilot study looking

at ethnic data collection in
Regional Genetics
Center ran very
smoothly indeed and
owed much of it’s success
to the brilliant co-opera-
tion of the three partici-
pating RGC’s; St Georges,

Kennedy Galton,
Leicester. Many thanks
to all the staff members
that took part, for all their
hard work and a special
thanks goes to the local
co-ordinators Dr Anand
Saggar (St Georges) Mrs
Sherelene Rudder (Kennedy
Galton) and Dr Maggie
Barrow (Liecester) without
whom it this pilot study
would not have hap-
pened! The information
obtained through this
pilot study is now being
analysed, and I’m sure
will yield some very inter-
esting results and help to
provide some good recom-
mendations towards the
development and delivery of
genetic services for
minority ethnic groups.



A Final note from

the editor.....

Time has flown since the
last newsletter and I have
now been in position here
for 6 months. The previous
newsletter seems to have
arrived safely with all of you,
our members, around the
Christmas period and I am
pleased to say that I have
had some very nice
compliments about it, so
thank you all very much.

DNA BOOKLET

Much of my time since I
last wrote to you all has
been taken up with
organising the DNA 50
booklet that GIG will be
producing in time for April
2003. I have been collating
information that has been
sent into to me and I have
also been out and about
(as far afield as Manchester
...a long way for a
Londoner) interviewing
people in order to put their
stories in our booklet.

I have spoken to doctors
and professors who are
specialists in some of the
fields that our member
groups represent and I have
also had the opportunity
to speak to the patients
themselves. This has been
a wonderful experience for
GIG and I hope that, in
doing so, I have been able
to raise the awareness of
our charity and the work
we are doing on behalf of
patients and support groups.
It has also been a wonderful
experience for me personally,
as [ have been able to meet
not only some of the medical
professionals who are working
extremely hard to improve
their patients’ quality of

life through research and
day to day contact, but also
the patients themselves.

I would also like to thank
the people who have sent
articles in to me. In no order
whatsoever, The Gauchers
Association, The Haemophilia
Society, Dr Sybil Simon on
behalf of the Tay-Sachs and
Allied Disease Association
and Professor Bruce Ponder
who wrote about MEN2 (a
type of genetic cancer) and
there may well be others by
the time this goes to press.
I am also delighted to say
that James Watson (of
Watson and Crick fame)
has kindly agreed to
contribute to a foreword
for this publication, which
is fantastic news.

I am working with the
official DNA 50 department,
who are part of an initiative
set up by the Medical
Research Council, The
Royal Society and Nature
publications, to work
specifically on this event
and to promote this occasion.
We will be having the official
DNA 50 logo on the GIG
booklet along with our own.

GIG included a press
release about our booklet
that went into the official
press pack for the DNA 50
celebrations and has been
sent to all the major
newspapers, TV companies,
and magazine editors.
Once the booklet has been
printed I will also be doing
another press release, which
will go to media contacts
as well to all our members.

MEETINGS ATTENDED
I have attended numerous
meetings since Christmas
including the SPECS group
meeting at Moorfields
Hospital and we had five
wonderful speakers. Chris
Croft from NALSVI
(National Association of
Local Societies for Visually
Impaired People), Wendy
Hughes from Stickler

Syndrome (also one of
GIG’s members) and Ailsa
Masterton who is a trainer
and spoke to us about time
management which was
fascinating! As SPECS
too is an umbrella group
for people with eye
conditions our membership
crosses and I met a few of
the GIG members there
too, which is always a
pleasure and useful for me

in putting faces to names!

DISERN PROJECT
Alastair and I are involved
with a DISERN project.
The aim of this project is
to validate information
that is available to patients,
about genetic testing and
genetic screening. If you
would like to look at further
information on the

Melissa Winter

methodology used for
DISERN please have a
look at www.disern.org.uk

Here is a little bit more
information about the
current project, and I quote
from our last DISERN
meeting:

"This project has been
funded by the Wellcome
Trust to develop validated



criteria to judge the quality
of information produced
for the public on genetic
testing and screening.

As the demand for genetic
testing and screening
increases the public will
increasingly rely on non-
specialist services for
information. The public
will need to be knowledgeable
about the issues at stake in
order to make well-informed
decisions about the use of
genetic technology, and
about their participation in
research. Currently the public
can access information of
varying quality from a range
of different producers.
Various steps have been
take to address this by
improving the evidence
base of information,
however the many primary
sources of information
continue to provide
unbalanced coverage of
the major issues. There is
an urgent need to develop
and validate a set of core
standards for producing
and appraising information
on genetic testing and
screening."”

Despite this project still
being in its early stages, a
full time member of staff
has recently been appointed.
Her name is Vivian Grange
and she is based at the
Department of Primary
Health Care at the
University of Oxford. At
the moment she is busy
collating information but I
am sure some of you will
be hearing from me about
her work in the near future.

INSURANCE
WORKSHOP
On 17th January GIG held
an insurance workshop at
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the Euston IBIS hotel. All
the staff at GIG attended
along with members of the
insurance industry
representatives from the
Association of British
Insurers, Royal and Sun
Alliance, Swiss Re and
Friends Provident. Kit
Farrow from the
Haemochromatosis
Association also attended
along with representatives
from the Dept. of Health,
St. Georges Hospital in
London, Queen’s Medical
Centre in Nottingham, the
Centre of Family Research
and the Public Health
Genetic Unit from
Cambridge.

The workshop focused on
the question of the
relationship between
reported family history
and how this can be linked
to clinical and insurance
applications. The issue
that needs to be addressed
is how much reliance or
confidence can we put on
such data when it is known
that people can, and do,
falsify their own family
history in order to bring
themselves into the "normal"
range. The other question
that was raised was "what
does the patient/applicant
know?" as many people are
not aware of their family
history or may have
inaccurate information.

The final summary of the
workshop will be available
in due on course on our
website, so do have a look
at it every now and again
to see the updates.

ADDENBROOKES
HOSPITAL

On 5th February Claire
and I went to Cambridge
to visit Addenbrookes
Hospital. Maggie Ponder
kindly organised this day
and whilst we were there
we met Caroline Lane,
who works in the
fundraising department of
the Friends of Addenbrooke’s
charity. This is a charitable
body, based within the
hospital, which raises funds
for departments within this
NHS trust. Their main
areas of work are :

1. Helping individual
departments raise money
themselves - if, for
example, a patient or
family member wanted to
raise money for a certain
department.

2. Major gift funding —
this money is raised from
charitable funds and from
the commercial sector and
goes to buying new
equipment for the wards
and other large
expenditures

3. Legacies — this is a long-
term source of funding for
them.

4. Community fund raising
— this uses volunteers and
helps in raising public
awareness within the local
community.

Caroline kindly showed us
how the Friends of
Addenbrookes runs their
charity, focusing on
fundraising techniques and
also tips on producing
leaflets. Both of these
skills will be used in the
coming months as we
update a GIG leaflet,
apply for core funding for
our charity and also
funding to upgrade our
computer system.

We later met with Lucy
Raymond who works at
the hospital as a
Consultant Clinical
Genetist. At present she is
researching genetic
disorders linked with
learning difficulties. This
was really a very helpful
meeting as Lucy works
both with patients and
within the research
department and she was
able to explain to lay
people (like myself and
Claire) a little bit about
family linkage studies. She
also kindly took us around
the labs and showed us
DNA under a microscope.

And last but not least,
Joanne Whittaker, who is
the Head of Laboratories,
took Claire and I around
the lab at the Cambridge
Regional Genetic Centre.
This was again extremely
insightful and will help
both Claire and I when
answering our helpline and
in dealing with the general
public who often call up
asking for information.
We observed how patients’
DNA is taken out of their
blood and how it is
analysed for different
conditions. I think that we
were both surprised at
what a complicated and
labour intensive procedure
this can be.

I felt it was really very
important that we were
able to see the running of
one of the genetic centres
as we do discuss them
regularly and often refer
callers to such services. It
helps immensely in
understanding further
what their role is and to
see first hand how the
centres are run.



