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Editor’s Note 
Hello Everyone, 
Hope you all had a fantastic summer!   Congratulations to the Cystinosis Founda-
tion on it’s 10th Birthday!   Thanks to everyone who has taken the time to send in 
articles for this newsletter and to everyone who has helped  to raise money for 
the foundation.  This issue introduces  our new committee members ,  the amount 
of  money which has been spent on research, gene therapy, fundraising and   a 
personal  story of  Lauren Ellis.                                                                   Satinder 
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The Foundation is Ten Years Old! 
Foundation secretary, John Terry recounts the major events of the last 10 years.  
 

The Cystinosis Foundation UK has now been in existence for over 10 years. The 
first meeting of the founding committee, brought together by Jonathan Terry, 
was held on October 22nd 1998. Present were Gareth Jackson, who became chair-
person, Paul Doyle, who agreed to be treasurer, and several members of Jona-
than’s family. They drafted the constitution and made plans. The first Newslet-
ter went out in February 1999 and the Foundation was registered as a charity 
with the Charities Commission during March. The official launch was at a meeting 
for members in St James’ Hospital (Jimmy’s) Leeds on April 22nd 1999. The 
Foundation ended the year with £2,000 in the bank.  
 
A national conference took place in Walsall in 2001 where Cystinosis expert Dr 
William Van’t Hoff, of Great Ormond Street Hospital, agreed to become Presi-
dent. By the end of 2001 we had raised £25,000. This allowed the first research 
grant to be made in 2002 to a research group at Sunderland University, repre-
sented by Dr Don Cairns, for an initial study of the possibility for a Prodrug    
approach to the delivery of Cystagon. Subsequently, Dr Cairns moved to The 
Robert Gordons University in Aberdeen (where he has undertaken further Cysti-
nosis research), but the work has continued at Sunderland led by Dr (now Profes-
sor) Roz Anderson. We too continued our support for Sunderland University dur-
ing 2003 with a research grant of £16,000 per year for 3 years.  
 
In 2003 John Terry, Jonathan’s father, became a Trustee and in 2004 the appeal 
to raise £100,000 for a research fund was launched. 2004 also saw a National 
Conference held at Biocity in Nottingham. 2005 was the year that Roy Forsyth 
became a Trustee and Matt Blackham took over the website and by the end of 
that year the Research Fund Appeal stood at £61,000 and a small grant was made 
to Don Cairns to purchase a laboratory oven to assist in his research.  
 
Paul Doyle announced at the Trustees meeting in December 2006 that the 
£100,000 target had indeed been achieved, and we decided to then attempt to 
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There have been some changes behind the scenes at the Cystinosis Foundation UK that I would like to 
announce, which have been brought about by the retirement of our former treasurer, Paul Doyle.   
Paul was a fundamental part of the Foundation from its inception and the knowledge and experience he 

brought to it has helped to put us on the stable footing we have today. Paul didn’t 
have the reasons to be involved in this that the rest of us do, so it is commendable 
that he was prepared to give up his time for this and stuck at it for so long.  
 
I have moved into the position of Chairman, Gareth Jackson has taken on the role of 
Treasurer and John Terry remains as our Secretary.  
 
I am also delighted to announce the arrival of two new trustees: David Benford and 
Neil Sugden have joined us to strengthen the ranks. David is going to focus on pub-
licity for the Foundation whilst Neil is going to address fundraising. These appoint-
ments were as the result of our invitation for applicants to be trustees. Hopefully, 
some up-to-date profiles and photos will be available on the website soon.  
 

On the 14th February all the trustees met up for a committee meeting at David Benford’s house near 
Derby. This was a rare occasion for us all to meet in person, but it proved extremely worthwhile to bring 
all of our new team together from the various corners of the country.  

Update From Our New Chairperson 

raise a further £100,000 since research can be very expensive. A request 
to fund a research assistant at Sunderland University for 1 year was 
granted.  Also, under  Paul’s  guidance,  Fundraising Standards  Board ap-
proval was obtained in November 2007.  
 
By July 2008 the Appeal Fund had reached £143,000 and during that 
year we received three further applications for funding, which committed 
most of the monies raised. It was agreed to support the work at Sunder-

land for 3 more years, to support work in Don Cairns group, at The Robert 
Gordons University, attempting to develop both a suppository delivery of 

Cystagon and an eye gel, and we also agreed to provide funds for an ‘Adult  Co-
hort Study’, which aims to establish the medical problems met by adult cysti-

notics, led by Professor John Feehaly from Leicester and Dr Van’t Hoff.  
 

Our continued support of Professor Anderson and her team at Sunderland University is also beginning to yield 
results. They have shown that at least one of their prodrug formulations does work to release cystine from 
cystinotic cells and is non-toxic, both of which were key steps in the development. Successful development of 
a prodrug will greatly assist in the administration of Cysteamine1.  
 
In November 2008 Paul Doyle retired from his position as Treasurer and Trustee. Despite having no family 
connection with Cystinosis he has given 9 years valuable service, providing sound guidance throughout. He was 
succeeded as treasurer by Gareth Jackson, our long serving chairperson. Meanwhile, Roy Forsyth assumed the 
position of chairperson and two new trustees, David Benford and Neil Sugden joined the committee.  
1 : What is a prodrug? A prodrug is a chemical compound which can carry a drug into the body in a form which 
gets it at least past the stomach before it breaks down to release the drug. In the approach being followed at 
Sunderland University it is carried right into body cells before being released.  

 

           Roy Forsyth 

 

 

 



The immediate and long term future for the Foundation is looking 
very promising and we are involved in extremely significant projects 
within the Cystinotic community. These include the research at 
Sunderland University into prodrug developments, the work at The 
Robert Gordon University in Aberdeen on novel ways to administer 
the main medication required by Cystinotics, and also the new na-
tional cohort study that is hoping to involve all adult sufferers. All 
of these projects have the potential to progress our understanding 
of Cystinosis and the effectiveness of required medications consid-
erably. We have committed a large amount of funding for these pro-
jects over the coming years, all monies we currently have available.  
 

The cohort study will only work if the adult patients give it their support, and 
the Foundation is funding a research assistant to help speed up this work. All the 
medical details will be held by the research team. This study is a long term project and will benefit suf-
ferers in the future by helping medical professionals understand the condition and its effects better. It 
will allow future research to be directed more effectively towards the required areas in order to provide 
the greatest benefits for the most people.  
 

We are aware of other potential projects that we believe may approach us for funding in the future, so 
our fundraising target for 2009 of raising £50,000 is extremely important. I know how hard it is to 
raise money but any small amount will make a difference and it is surprising how quickly these amounts 
add up. The support the Foundation has had to date has been fantastic and we do amazingly well for such 
a small organisation. The running costs for the Foundation are minimal, with all those involved contribut-
ing their time voluntarily; we do make every penny we receive count.                                          Roy Forsyth 

 

We continue to strive to achieve our goal to raise a research fund of £200,000, which was decided 
by the Trustees in February 2007, and the appeal total now stands at just over £150,000. We are 
especially grateful to all the friends of Cystinosis who continue to devote considerable time to rais-
ing the profile of the charity and to raising the very valuable funds. 

We have received encouraging reports about the progress of the research being carried out by the 
University of Sunderland and therefore the Trustees have agreed further support for the coming 
year. Also we have kept in touch with the projects being carried out at the Robert Gordon Univer-
sity and have agreed to fund a project there over the next two years. 

Since our launch, we have provided over £100,000 in funding to research projects, with another 
£68,000 planned this year and future commitments of yet another £60,000. 

Projects such as the one at the University of Sunderland are making good progress and, as their 
work gets closer to practical results that could be used by sufferers, then the need for funds in-
creases. The Trustees are also receiving very encouraging reports of gene therapy work and it is 
likely that funds for such research will be a priority in the future. 

So our efforts will continue to focus on our fundraising appeal, with £50,000 needed to achieve our 
target, alongside our other aims of support, co-operation and education. 

Gareth Jackson - Treasurer, Cystinosis Foundation UK 
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Cystinosis is caused by a defect in a protein called cystinosin. To 
understand the role of this protein, imagine the acid-rich organelles 
inside every cell in the human body known as lysosomes. These or-
ganelles, the so-called stomachs of the cell, are responsible for in-

gesting old proteins and breaking them down into their building 
blocks, known as amino acids. These amino acids can then be recycled 

to make fresh proteins, but first the amino acids must be transported 
back into the main part of the cell called the cytoplasm.  

 
There are many different transporters which move the 20 or so different amino ac-

ids back to the cytoplasm. One of them, cystinosin, allows the recycling of the amino acid cystine. In 
patients with cystinosis, this cystine transporter is either absent of malfunctional. Thus, cystine has 
no escape route and accumulates as crystals within the lysosome. This reduces the life span of cells 
and ultimately leads to the kidney and visual problems associated with this disease.  
 
The current therapeutic approach to this disease is to use a drug called Cystagon, 
which can help breakdown the crystals, and slow onset of symptoms. However, this 
drug does not cure the disease, and patients receiving Cystagon still require addi-
tional medication.  
 
So, are there any alternatives? Given that cystinosis is caused by the lack or mal-
function of cystinosin, an obvious approach would be to explore techniques that can 
restore the function of this transporter protein.  
 
The technology to restore a missing protein, such as cystinosin, is called gene ther-
apy. Genes make proteins using a messenger molecule called RNA. Patients with cystinosis have de-
fects in both copies of the cystinosin gene which means either no messenger RNA is made, or that it 
contains errors which result in the production of a malfunctional transporter.  
 
For more than 25 years, scientists have been developing methods to deliver a stable version of the 
messenger RNA molecules, so-called complementary DNA or cDNA, to cells. These cDNA molecules 
are literally a DNA copy of the messenger RNA, and are, in essence, a shortened version of the 
gene. The aim of this approach to date has been to add the cDNA to cells in the hope that it will 
compensate for the gene defect and allow a functional version of the missing or malfunctional pro-
tein to be made. If normal protein function is restored in a sufficient number of cells, the hope is 
that disease symptoms can be slowed, or even reversed.  
 
This approach has significantly increased the understanding of the basis of many genetic disorders, 
although clinical success has lagged behind, with a positive outcome in just a handful of cases. How-
ever, when successful, the outcome has been quite dramatic ranging from successfully treating can-
cer, partially restoring vision, or repairing defects to the immune system.  
 
Some of the challenges associated with gene therapy using the cDNA addition strategy include dif-
ficulties in delivery of the cDNA to cells, the lack of long-term correction, and, in some cases, dif-

Development Of An In Vivo Gene Repair Kit: 
Towards A Cure For Cystinosis 

 

 

 

Dr Patrick Harrison 



ferences in function; remember the cDNA is only a copy of the messen-
ger RNA molecule, not the whole gene.  
 
What then are the alternatives? In many genetic diseases, including 
cystinosis, it is unusual for the whole gene to be absent, rather, mu-
tations or small deletions within a gene are more common. Thus, is it 
possible to repair these defects?  
 
The answer is a qualified "yes". Gene repair is possible by exploiting a 
natural phenomenon known as homologous recombination. If a DNA 
molecule, the so-called donor sequence which contains the correct genetic 
sequence, is added to cells, it can serve as a template for repair of the re-
lated, or homologous, defective gene by a process known as recombination. This 
phenomenon forms the basis of the 2007 Nobel Prize-winning gene-targeting tech-
nology, which has revolutionised our understanding of disease processes. However, this gene-
targeting approach works in only approximately one in every million treated cells rendering it of lit-
tle therapeutic value.  
 
For years, scientists wrestled with ideas to improve this efficiency, but the breakthrough came in 
2005 by using the donor sequence in conjunction with a group of enzymes called Zinc Finger Nucle-
ases, or ZFNs. These enzymes were developed a few years earlier to be able to cut DNA at just a 
single gene with the cell.  
 
It was postulated that these enzymes might increase the efficiency of homologous recombination by 
breaking the gene sequence at or near the genetic defect; this proved to be the case. Moreover, 
ZFN-mediated homologous recombination can trigger gene repair in as many as one in five cells, a 
200,000-fold improvement in efficiency! Since its initial description, this technology has been shown 
to be able to correct mutations and even medium-sized deletions in at least four different genes.  
 
So, can this technology be applied to the treatment of cystinosis? My research group in University 
College Cork began using this technology in 2005 and two of my research students, Ciaran Lee and 
Rowan Flynn, have created ZFNs that can cut defined gene sequences in an efficient and specific 
manner.  
 
We now have funding through Cystinosis Ireland and the Health Research Board to develop ZFNs 
which can target the cystinosin gene. Katrin Kaschig has recently joined the lab to work on this pro-
ject, and has designed and is now synthesising suitable ZFNs. These will then be used in conjunction 
with candidate donor DNA sequences which should have the potential to repair not only mutations in 
the cystinosin gene, but also the 57 kilobase pair deletion which occurs in many patients.  
 
The second part of the project will be to determine if the gene repair system can be delivered to 
cells using a virus vector. This work, conducted in collaboration with Martina Scallan from the De-
partment of Microbiology, University College Cork, is a crucial step if this technology is to be evalu-
ated in vivo, and ultimately in a clinical situation.  
 
We have a long road ahead - may the road rise up to meet us!                                                                               
           Patrick T. Harrison 
      Department of Physiology, University College Cork, Ireland  
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On the 28th August 2009 Matt and David  will aim to cycle one mile for each person in the 
UK with Cystinosis ! 

There are approximately 200 people with Cystinosis in the UK and 
we are aiming to cycle a mile for each person. Our route starts in 
Edinburgh, takes us over the Forth Road Bridge, hugs the coast 
around Fife, then over the Tay Bridge to Dundee. Day one finally fin-
ishes 100 miles later in Carnoustie. On day two we will continue up 
the coast to Stonehaven, around the west side of Aberdeen, through 
Ellon, then on to our final destination of Mintlaw (near Peterhead), 
200 miles from the start and the home of Lena Forsyth - Matt's 
niece who has Cystinosis.  
Being so rare, there is little research into Cystinosis. The Cystinosis 
Foundation UK is supporting a number of projects at universities in 
the UK, as well as several other studies. Every penny we raise will go 
towards this research. All costs for this cycle and its preparation 

are coming from David and Matt's own pockets.  
All the money raised will go directly to research projects that we know are making a differ-
ence. So we really do appreciate every donation! Please, please, please sponsor us at 
www.justgiving.com/OnePersonOneMile  

Ted and Phil Beckwith, 
granddad and uncle of 
Samantha and Lucy 
Beckwith, completed the 
Tour de Tedring on the 6th 

June this year.  
Ted and Phil managed the 

fifty miles with ease and both 
received for their worthwhile 

aches and pains a certificate of completion.  
They would like to thank all who sponsored them and help raise  £300!! 

Tour De Tedring 

One Person One Mile 

 

 

 

Matt Blackham & David Hancock  

Ted and Phil Beckwith 

£500 Donation Received 
The Cystinosis Foundation UK would like to thank Lundin Britain Ltd and, in particular, their 
crew on the Thistle oil platform in the North Sea for their recent donation of £500.  
The crew stated that the Foundation is a charity close to their hearts and we are sure they 
will be pleased to know that this generous donation will help us take a step towards this 
year's target of raising £50,000 in order to continue our funding of current, as well as new, 
research projects.  



Kelly Chapman along with two of her friends will be doing a sponsored 
diving with sharks in October this year to help raise money for the 
foundation.   

My name is Lauren and I was diagnosed with Cystinosis when I was 18 
months old. I was always a very sickly baby but when my mum took me 
to the GP he always gave the same excuse: "she’s just a normal baby". 
When I should have started walking I didn’t and when my parents tried to 
make me walk I would scream. I never stopped eating but whenever I ate I just 
threw up straight after.  
 
There was one night in particular when I was really ill so my parents decided to take me to A&E. There 
they did a full body x-ray and discovered I had cracked ribs as well as rickets. I was then kept in hospi-
tal for a week. It was only after this week that the doctors took my parents aside and told them that 
they had been watching my parents with me, making sure I wasn't being abused. As you can imagine my 
parents were devastated. Luckily there was a doctor at the hospital who had seen one case of Cystinosis 

10 years prior to me. She sent us to Guy’s and St Thomas’ Hospital in London. It was 
there that I got the treatment that I needed and my parents claim that within a week 
I was a totally different child.  
From then I was attending regular Cystinosis clinics in London. I remember the fights 
I used to have with my parents over taking my medicine - in the early stages it was all 
in liquid form and was all revolting! I also remember having to stay in hospital to get 
"re-educated" on how to take my medication properly. I was about 8 and it was the 
first time, that I can remember, that I had to stay in hospital. I was only in there for 
a week, which was good, because they expected me to be in a lot longer. I can also re-
member a time when some people wanted to talk to me about Cystinosis and started 
asking lots of questions like, "do you have a stairlift in your house?" and "do you use a 
wheelchair?" I was really upset by their questions and remember saying "I have renal 
failure; I am not disabled". I was quickly asked to go and draw a picture! I also re-
member that I was throwing up almost every day and that I grew tired very easily.  
 

I received a kidney transplant at the age of 11 from my dad. I remember nearly everything, right up to 
the point of going into the anaesthetic room and I even remember coming round in recovery. I don’t re-
member ever being worried or scared about the operation because it was something that my parents had 
always been really honest with me about. I don’t even remember being in any pain. I recovered really 
quickly and was up and walking within a week. Looking back on it I can’t really remember a lot about the 
stay in hospital, just that the food wasn’t great and that I made good friends with not only the other pa-
tients but also with the doctors and nurses on the ward.  
 
A few weeks after my operation I got my first signs of rejection and had to have a biopsy, the doctors 
managed to save my kidney by upping my steroid dosage for a couple of days. I also contracted CMV virus 
a few months after the operation. To treat this I had to have a long line put in - this is a line that goes 
from your arm into your chest. Two doctors tried to put one in, the first unsuccessfully the  second 
within minutes, and I have never let the first doctor live it down! I had to have the long line in because 
treatment was 20 hours alternate days attached to a drip (it was probably less than 20 hours but at the 
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I Have Cystinosis, Cystinosis does not have me 

Lauren Ellis 

Sponsored Dive  
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New Fundraising 
Officer 

Mr Neil Sugden 
2 Stirling Close, Mount 
Sorrel, Leicestershire, 

LE12 7UG  
 0116 230 1215  

sugger1@sky.net 

 

DISCLAIMER: Information provided, either verbally or in written form, is purely of an advisory level and we recommend that 
you consult your doctor before making any decisions regarding the future of the patient concerned. 

time it didn’t feel like it). A few months after being let home I started to get 
really bad headaches, like migraine. After one day of such a bad headache I 
could not get rid of, we decided to go back to the hospital. We discovered 
there that I had too much fluid round my brain and I had to have a lumbar 
puncture to remove it. I do remember the pain from that was much worse than 
from the operation! It was only after a few months when I realised that I had 
not thrown up once since my transplant and that I had a lot more energy now!  
 
I am now 19 and I live in Manchester. I moved to Manchester at the beginning 
of last year, much to my parents’ disapproval and I am studying Youth and Com-
munity work. I am also about to celebrate my nine-year anniversary of my 
transplant. My dad and I are doing very well and all my medication is now in tab-
let form, and a lot less than my pre-op meds! I attend a transplant clinic every 
3 months and a Cystinosis clinic also every 3 months. I also attend an eye clinic 
once a year. I find taking my eye drops the worst thing and as a result my eyes 
are growing more and more sensitive to the light.  
 
I wanted to write this to encourage everyone with Cystinosis, old or young, and 
their parents and friends too. I know my parents would have appreciated this, 
as from a young age they were told I might not make it and that if I did I would 
need "all the help she can get". I decided to ignore what the "experts" said and 
go against the norm, and I am so happy I did. I hope this encourages you in your 
battle against Cystinosis. 

The Cystinosis Foundation UK has now signed up with eBay, allowing you to help us raise money for 
Cystinosis Research.  
 

Whenever you now sell something on eBay you can choose to make a donation from the sale price to a 
charity of your choice, including the Cystinosis Foundation UK. And if you are a UK tax payer, eBay can addition-
ally make your donation a Gift Aid donation, with the reclaimed tax making the final donation worth 28% more!  
 
Please support the Cystinosis Foundation UK whenever you sell using eBay!  

Inspirations… 
“A blessing is a most sacred gift. For it is often in our times of greatest need that we forget to ask 
for help!  Friends, loved ones, even a stranger half way round the world has the power to intercede 

: to pray for you, to bless you with healing and to shower you with loving kindness. 
 

Today, and every day our prayers of compassion reach the heart of  the Divine, and love rains 
down on the barren desert of our souls, drenching us with dreams of peace.” 

 
Melanie Calitri Holden 

We would like to know what 
you think of the newsletter and 

we would be grateful if you 
could share any ideas with us 

on how to improve it. 
 

This newsletter is a way for 
you to share information and 
voice your opinions so please 

write in with articles.   
You can contact me either by 

post or email 
 

Mrs Satinder Seehra 
21 Blagreaves Avenue 

Littleover 
Derby DE23 2NT 

skseehra@ntlworld.com 
 

Did You 

Know? 

Shop for Less and Support the Cystinosis Foundation 
 See our webshop at http://www.buy.at/cystinosis 

 Shop from the comfort of your home 
 Escape the hassle of parking and queues 

 Find great prices and gift ideas all in one place 

 Save with online discounts 

 Many retailers offer free delivery 

The retailers involved pay commis-
sion on everything you buy—but only 
if you do it through our webshop 


