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Great News — we have a runner in the 2007 Flora London Maratherbrave man who will run for
the AGSD is Luca Venditto, who has a daughter with GSD.
Luca is a busy man, in 2000, along with his brother and W#een, he founded the Simply Italian res
taurant chain, he is now managing director of Zio Restats with a number of bars and restaurants
the UK and Ireland.
Luca has already been on a London marathon seminar ameato himself into long distance running
is planning on running the Eastbourne and Hastings half marathdhe 25 Feb and 11 March respe
tively. He is certainly getting fit for the Big Day omu&lay 22 April 2007, having already lost a sto
and planning on losing another by then.
We all wish Luca the best for his run on behalf of tl&S®. In order to support him and this charity &
much as possible there is a sponsorship form attached toethsletter. Please ask friends and fam
to fill this in and let's make Luca’s efforts as worttile as possible.
Once you have collected the sponsorship there are a numbay®to pay it in:
Send me the completed sponsorship form along withegue made payable to AGSD U
London Marathon.
If you have a lot of cash then it can be bankexhgtbranch of Lloyds TSB, sort code 30-12
20, account number 0556642, then send me the paying in slip aldntheiitompleted form
A combination of the above.
My address and contact details are on the bottom of thesephip form. Thanks, Peter

ADVANCE NOTICE OF THE 2007 CONFERENCE
The 2007 conference will be held at the Novotel Hot&EADING on13 October.

(©
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REPORT of General Sacretary to the 22" Annual General Mesting and

Family Conference of the Association for Glycogen Storage Disease (LK)
Charity Registration Mo. 327841

Exciting things have been happening
since we last met at the Milton Keynes
Hilton on Sunday 16th October 20035,

The big news iz the announcement
that The Eurcpean Commission
granted a marketing authorization,
valid throughout the European Union,
for Myozyme on 25 March 2008.
Myozyme is the Enzyme Replacement
Therapy for Pompe Disease, or G50
Il.

Myozyme iz now fundsd by the
Department of Health through it
specialist commissioning body,
NSCAG, and the treatment iz availakile
in one of the 3 paediatric and 4 adult
expert  cenfres  in Manchester,
Cambridge and London. These
centrez  for  Lysosomal  Storage
Diseases (LS0s) were established in
April 2005 and are the expert centres
for the Diagnosis, Managsment and
Treatment of Pompe Diseazs. The
MNSCAG centres currently have funding
until 2008

In Secofland and VWalss funding iz still a
problem  although there is currently
one infant funded in Scotiand and one

teenage girl in Wales who has been
granted a GE-month frial pericd on
therapy. Our only known patient
known in Morthern Ireland  will be
treated in Manchester.

In Jume 2008 THE AGSD (UK
Executive Committee met and wvoted
unanimously to accept the MDC offer
to accommodate a family support
officer for the UK Pomge community in
their Clapham office. The MDC worked
clozely with the AGSD (UK} for many
months last year to ressarch  the
current care situation with UK Pompe
familiez and fto undsrstand their
expectations from the new therapy.
The n=w staff member wil work
alongside the MDC information officer
who underiook that research. The
MOC alzo has a new Ressarch Officer
who has expreszed a keen interest in
Pompe Diseazs and has afiended
Pompe mesetings and events.

Genzyme have approved the decision
and has offered to fund the project,
this wil enable us to recruit an
experienced nurse/care-worker/social
worker full fime. Funding is expected
to last at l=ast thres years and will be
ongoing if succesaful.

Megotiations with the MDC are still
ongoing and we are awaiting the
approval of the MDC Board of trustees
before contractz can be signed. We
hoge tfo stat recruting  in late
Movember 2006,

The AGSD (UK} will benefit greatly

from the new professzional image, as
shown by our new website,

Ann Phillips
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McArdle Clinic Oswestry

Dr Ros Quinlivan’s clinic at Oswestry, the only McArdle clinic in the UK, has
extended this year from 3 to 4 clinic dates. These are in January, April, September
and November. There continues to be younger people be ing referred, with

currently 4 patients under the age of 18 years.

Dr Quinlivan has been recently co-hosted a workshop of the European
Neuromuscular Centre looking at developing outcome measu res in McArdle’s
disease. This was the second meeting of the group fro m all over Europe. Between
them they look after 297 people with McArdle’s. They ar e currently working to
identify a standard set of clinical data for each person, so that this can form the
basis of selection for future clinical trials. The outcome m easures will provide a
standardised method of judging the results of trials. By co-ordinating across Europe

Patient numbers

I am now aware of a total of 84 people with McArdle’s in the UK. Of these, | know
of 26 who attend the Oswestry clinic. | believe that a t otal of over 60 people have
now attended the clinic, but of course due to confident iality issues the clinic does

not divulge any information about patients to me.

With the possibility of more clinical trials in the coming years , and
with various pieces of research being underway, now is a good
time to keep in touch. So if you think | don’t have you r up to date
details please do let me have them. If you could email the m to me
that would be great — andrew@cwmclydisaf.freeserve.co.u k. Or by
snail-mail at Andrew Wakelin, Cwm Clyd Isaf, Llanfihangel Bryn
Pabuan, Builth Wells, Powys LD2 3SG. Tel: 01597 860686.

Andrew Wakelin
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IPA Annual Review 2007

As the new Chairperson of the International Pompe A ssociation (IPA) | would like to
announce the publication of the IPA Annual Review 2 007, this can be viewed from the
IPA website, www.WorldPompe.org. The 2007 review di ~ scusses the IPA activities and last
year's achievements and sets out its aims for they ~ ear ahead.

The review is presented in PDF format so you will n  eed Adobe Acrobat Reader (www.
adobe.com/products/reader) to open it.

The IPA is a federation of all the Pompe Patient su  pport groups around the world, which
includes many groups that support the other GSD typ es - like the AGSD (UK). The IPA was
formed in 1999 to represent the Pompe patient's voi ce globally at a time when enzyme

replacement therapy for Pompe disease was emerging as a very promising prospect.
Since then the IPA has worked closely with professi  onals working towards a safe and
effective treatment. 2006 was the year that Myozym e finally gained market approval in

Europe and the United States.

Allan Muir
Pompe Coordinator, AGSD (UK)
Chairman, IPA
www.pompe.org.uk
www.worldpompe.org
Telephone: +44 (0)1730 231554
Email: allan@pompe.org.uk
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Cornflour on Free Prescription

Cornflour or cornstarch is available on FREE prescription in England and Watess caloree
and glucose for the treatment of glycogen storage diseas

Earlier this year Ann Phillips (General Secretary AG3K) was contacted by a GSD | family
ask if cornflour was still available on prescriptioryzs - is the answer for both children an
adults.

All you need is a prescription for whatever amount you redroma you GP with the letters AC

written on it. You then take it to your nearest Phayrand they will provide it. It is easier if y
use one of the pharmacies located in a supermarket ydahe the cornflour already on ha
Boots which are located in their own premises no longekscornflour.

If your GP or the Chemist queries the prescription you reder him to the “National Heal
Service — England and Wales-DRUG Tariff” for April 2006 undection VIII -Borderlin
Substances.

Historically, the Advisory Committee on Borderline suapgte gave theirecommendation in 198
that Corn Flour and Corn Starch should be available at National Halth Service expense fo
the management of hypoglycaemia associated with glycogen storage disea3his
recommendation came after several years of lobbying byigiuys and families as the amoun
corn flour required for proper management can be consigerdahe AGSD(UK) was informed

the recommendation on 15 September 1986 by Dr. ProfessoMdwat who was Consultant
Paediatric Hepatologist at the Department of ChildltHest King’s College of Medicine

Family Note: A P writes that in the early days (1980s) before chenwsere located i
supermarkets-we ordered the cornflour at the local grocery store whee ges a VAT recei

which we then took with the prescription to the cheamt who then obtained the corn flour for
Also for a while we had an arrangement with the Idedler to do the same using bakery cornf
the cost of which the baker reclaimed from the chetnist

Ann Phillips

THE LONDON MARATHON - 22 APRIL 2007

My sister, Claire (now 1
was diagnosed wit
Glycogen Storage Disea
Type 1b from birth. AGS
have been nothing short
brilliant throughout, and
now want to give somethi
back to them by raisin
money for their charit
whilst running the Londo
Marathon. | hope to raise

My Contact Info: much as possible .
Mob - 07932 506 059

E-mail: aceswilderness@yahoo.co.u..

My name is Gary Baker and
have dreamed of doing t
London Marathon for man
many years. And, after thre
years of “We're sorry to sa
your application has bee
unsuccessful this time,”
have finally obtained a plact
I have made my decisio
(although not a difficult one
to run for AGSD.




Page 6 Volume 6, Issue 3

In November 2003 eighteen mountain-bike riders raised cver
£70,000 for our charity. In March 2006 a smaller group rai
another £30,000. Several veterans from those rides | -+
expressed a keen interest in taking part in future evewts
recently | have been contacted by friends and colleaghes_
would also like to be considered.

volunteers to help design and organise the next challenc
small group of enthusiasts who will choose the eveuwt
location and between them will take care of the event
> The trustees will fully support you and will provide funds
for meetings, advertising and recruitment of participants.

Please contact Allan Muir (Pompe Coordinator) if you
would like to be involved:

allan@pompe.org.uk
Telephone 01730 231554
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,MARATHON
2007

Sponsorship Form for the AGSD runner, Luca Vedditto :
in the Flora London Marathon April 22, 2007.

The Association for Glycogen Storage Disease (UK) was founded in 1986
to provide support and help for famlies affected by GSD by providing infor-
mation, issuing Newsletters and holding Conferences and Workshops.

Glycogen Storage Disease (GSD) occurs when there is an absence or defi-
ciency of the enzyme needed to produce or break down glycogen in the
body. GSD primarily affects the liver and/or muscles.

Glucose is a major source of energy for the body. It is stored in the form of glycogen in
both the liver and muscles and later released with the help of enzymes. Persons af-
fected by GSD have an inherited defect in one of the enzymes responsible for forming
or releasing glycogen as it is needed by the body during exercise and/or between
meals. There are about eleven known types of GSD which are classified by a number,
by the name of the defective enzyme, or by the name of the doctor who first described
the condition. For example, GSD I, a defect in the enzyme glucose-6-phosphatase,
was originally known as von Gierke's Disease.

GSD can affect the liver, the muscles or both. Diagnosis of the type of GSD is made
on the basis of an individual's symptoms, the results of a physical examination and of
biochemical tests. Occasionally, a muscle or liver biopsy is required to confirm the ac-
tual enzyme defect. All forms of GSD, except some forms of the liver phosphorylase
kinase deficiency (GSD IX), occur when a child inherits the affected gene from both
parents (autosomal recessive inheritance) each of whom is a carrier but not affected
them selves. This means that for each pregnancy there is a 1 in 4 chance that the
child will inherit both defective genes and thereby be affected.
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Donations

1. The Wood Family earmarked for Type IIl.

2. Kate Lerway ran the Ten mile Great South run and donated the money that she raised to
AGSD. She is the aunt of Joshua Morel who has Type I

3. The New To You shop in Arborfield where Mrs de Vi ne is a volunteer.

4, Karen Attwood raised money from holding a cake sa le at her place of work
5. The Parishioners of Stiperstones in Shropshire do nated money collected at their Harvest
Festival.

6. Genzyme for the 2006 Conference

Many thanks to them all.
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Scientific Advisory Board

Professor J V Leonard, PhD, FRCP
Biochemistry, Nutrition & Metabolism Unit
. . . Institute of Child Health
The National Metabolic Disease Awareness | oNDON

Week was held over 2 -8uly 2006 WCIN 1EH

_ _ i . _ DrP Lee, MD, MRCP
In 2005 our sister charity Children Living with charles Dent Metabolic Unit

Inherited Metabolic Diseases or Climb finaIIyNatiOnf’ﬂlgHOSIOital for Neurology & Neurosurgery
succeeded in having its Awareness Week recognisglfor U2

by the Department of Health (DoH) and added to th&cin 3G
DoH National Awareness Events calendar. We are :

. . Professor E Elias
delighted that the NMDAW)* Awareness week iSthe Liver & Hepatobility Unit
featured again in 2006 and for the month of July the@een Elizabeth Medical Centre
was only one charity featured per week which ga\%R'\"”\'GHANI

: 15 2TH

more prominence to the event. CLIMB says --- We a

battle with the “rarity” phenomenon so it is good tdr #sﬂlgﬂtggediaﬂiciaﬂ
club together. Groups such as the Assocation f&ﬁ,"nk Biochemical Genetics Unit

Glycogen Storage Disease [AGSD(UK)] were invitedkmcH

to support the NMDAW a bit too late for publicising it Pendéebug
in the Summer 2006 Newsletter but we hope to do §§h"=>TER

in 2007.

Professor D P Brenton, MD
Climb's week was launched by their local MPzgsFt{ig%dﬂifsgesTECH
Gwyneth Dunwoody who released 25 doves ihONDON
Nantwich Town Square to signify the 25 years of/tP 7PN
Climb’'s work with metabolic diseases. The weelerofessor A Burchell

closed with a service of Celebration and Dedication (_SFXGPPS“ OIbStFtet:iC? afgh%'f;aeclg]logy s
their Sixth Book of Remembrance at Bristol Cathedragf gpee o 0 oo Heve

on Saturday ‘8 July. DD1

. . . . Dr P H Robinson
*Climb defines Metabolic Diseases as: RHSC Yorkhill NHS Trust

“individually rare, genetic, inherited, incurable, GLASGOW
life-threatening conditions that are more ~ ©38S

common than cancer in childhood.” Dr A J J Reuser, PhD
Dept of Clinical Genetics
limb K Erasmus University
Wwww.climb.org.u Holewaterplien 50

NK-3015 GE ROTTERDAM

Ann Phillips Dr Ans van der Ploeg

Dept of Pediatrics

Sophia CH

PO Box 2026,

NL-3000 CB ROTTERDAM

Dr R C M Quinlivan

Consultant in Neuromuscular Disorders
Robert Jones & Agnes Hunt

Orthopaedic & District Hospital NHS Trust
OSWESTRY

SY10 7AG

Dr David Hilton Jones, MD MRCP
Consultant Neurologist
Department of Clinical Neurology
John Radcliffe Infirmary
OXFORD

OX2 6HF



FURTHER INFORMATION FROM:

Mrs Ann Phillips
9 Lindop Road
Hale
ALTRINCHAM
Cheshire

WA15 9DZ

Tel: 00 44 (0) 161 980 7303
E-mail: president@agsd.org.uk

OTHER CONTACTS

GSD Type 1- Hugo DelMar
hugo@delmar.tv

GSD Type 11- Allan Muir
allan@pompe.org.uk

GSD Type lll - Lisa Alexander
lis_alexander@yahoo.com

GSD Type V- Andrew Wakelin
andrew@cwmclydisaf.freeserve.co.uk

If anyone has any articles, news, information for the news letter, please let me know.
This is your newsletter and the more contributors, the better. You can e-mail articles to
me on rejb.68@virgin.net

Rosalind Martin
Spring 2007




