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The 6" International Conference, Lignano, Italy
23-26 September 2010

The 6™ International Cystinosis Conference was held on 23-26 September in Lignano, Italy. The event
was organised by the Italian Cystinosis Foundation and the Cystinosis Foundation USA. The event was
attended by over 200 people and was very well supported by clinicians and researchers along with
Cystinotics and their families. The programme of events was very full and covered all aspects of
Cystinosis, including both research and family orientated sessions.

On the Friday morning we had an initial presentation from
Dr Jerry Schneider on “50 years of Cystinosis”. Dr
Schneider first became involved with Cystinosis in 1965.
He reminded us that at this time there was no treatment, no
way of measuring Cystine levels in the body and only a
vague understanding of what caused Cystinosis to occur.
Dr Schneider was not only involved in patient treatment and
research, but also pivotal in setting up the first foundation in
1982 with Jean Hotz in the USA. His historical review
included key events, such as the introduction of Cystagon in
the 1980s, and offered hope for the future with new
medicines and, through stem cell research, a potential cure,
although there is still a long way to go.

Dr Schneider is retiring and will be sorely missed in the
Cystinotic community. A gala dinner was held on the
Sunday evening to mark this event.

A couple of items of interest that came out on that first
morning were the European Cystinotics Registry and the
Cure Cystinosis International Registry.

The Cure Cystinosis International Registry
(www.cystinosisregistry.org) has the aim of having every patient with Cystinosis entering their details
onto a database. Access will then be given to approved professionals to allow them to spot trends and
generally assist their research. All information is presented anonymously and such databases have helped
greatly in the advancement of other medical conditions. The Cystinosis Foundation UK is an advocate of
this project and we encourage every Cystinotic to register.

The European Cystinotic Registry is a similar database, but with a different aim, in that it is to be
completed by doctors, as opposed to patients. Again, the UK Foundation encourages patients to have their
doctors complete the registration form for this database, and the information can be used to supplement
medical records.

Other exciting updates were received from Dr Ranjan Dohil who is involved with the Raptor
Pharmaceuticals work into the enteric coated Cystaeamine that would only need to be administered every
12 hours, rather than the current 6 hours for Cystagon. This is currently undergoing trials in the USA and
Europe. Current estimates predict this treatment to be generally available in two years time.

Dr Stephanie Cherqui presented on the developments in gene therapy and bone marrow transplantation.
This work is exciting as it presents a possible “cure” for Cystinosis in the longer term. The research seems
to be well advanced to producing something that will work. However, timescales are unknown at this time
and there is substantial work required to understand the long term effects of such treatment.

Along with other sessions on the Saturday, a poster session was held and researchers had the opportunity
to display their recent work and discuss it with others. Our funding of Sunderland University into
developing a pro drug was presented by Lisa Frost and Prof Roz Anderson. Furthermore, work by the
Robert Gordon University, whom we are also funding, was presented by Barbara Buchan and Prof Don
Cairns. Particular interest was shown in both these projects from other researchers and Cystinotic support
groups.
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Barbara Buchan, The Robert Gordon University (left) and Lisa Frost, Sunderland University (right)

In addition to the various research presentations, there were several sessions dedicated to families. Some
of these were open forums with a panel of experts, where families could ask specific questions. Others
were more focused, such as the “children only” sessions with doctors, enabling the children to speak
freely to the doctors, without the presence of parents or other adults. Again, Dr William Van’t Hoff, from
Great Ormond Street Hospital, was in attendance at these sessions.

In addition, Dr Van’t Hoff gave a presentation on a Cystinosis information booklet aimed at children that
he is currently working on. We hope to hear about this project in the future.

On the Sunday morning, the W.L. and Sophie Hobbs Award was presented to Dr Alexey Tsygin and Dr
Mikhail Kagan for their work on Cystinosis in Russia. They gave a report on the current state of
knowledge and the difficulties they faced such as acquiring medication within Russia.

A small delegation from the Cystinosis Foundation UK was in attendance and several families from the
UK had made the journey over too. We are pleased you were able to come, and we appreciate the effort
this involved. The conference was a great opportunity to meet people, put faces to names, and to make
new contacts with other Cystinotic support organisations from around the world.

Finally, a special mention must go to Valerie Hotz of the Cystinosis Foundation USA who played a
pivotal part in this event and really went over and above the call of duty to assist with running it — Valerie
just seemed to be everywhere!

Roy Forsyth, Chairman
Cystinosis Foundation UK
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