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On 19th October, after a 3 months fight against lung cancer, my husband, Jean-Louis BOITEUX, left us. Much more
than my husband, I lost my team-mate. Together we faced the announcement of the diagnosis of Cécile’s disorder.
Together we searched for other sufferers, other families, to break our isolation in the face of this terrible announcement.
Toghether we founded “Cutis Laxa Internationale”. It was him who developed the project “Environment and Solidarity”
and spent most of his time finding new collection points, raising more funds to allow us to subsidise the travel expenses
of more families coming to France to share together this important moment in the life of our Association : The
Information Day.

It is hard to keep on going alone.......

But life is right here. Cécile and all the other sufferers are here. For her, for all of you, we must continue working so the
Association upholds the cause of sufferers, keeps on breaking their isolation and supporting medical research. Jean-
Louis was deeply convinced that it will lead, one day, to treatments for Cutis Laxa.

I dedicated this new issue of CLI~News to him, as well as all future ones he will no longer help me to write, to edit and
proofread.......

Marie-Claude BOITEUX, Chair

TS TAKA IVIRNATONALE. = roresm oo K

New Gntacts, New Faml i es

As of today 127 sufferers have joined us. I am happy to welcome Mary (adult) and Nicolas (born on 03rd August) from
the USA, Isabel Claire (born on 26th July, Niamh’s sister) from Great Britain, Alana (17 ) from New Zeland , Saku
(34) from Finland , Noriko (28) from Japan and Sezen (10) from Switzerland.

We keep in regular contact with everybody. We are also, very often, contacted by people searching for a diagnosis.
Being good listener, giving them advice and directing them to relevant professionnals are almost daily tasks in answer
to the resquests we receive. In this, we fulfill the first part of our mission : never to leave alone, without response,
anyone who comes to us.

MEETINSS EVENTS AND EXH BI TI ONS

9th June : Meeting of Associations’ Chairs : Alliance Rare Disorders got together the Chairs of its Association
Members so we could discuss and share the difficulties and issues we might have in common. We were between 50 and
60 present (which is more than a third of the Alliance’s membership), already proving our need for such a meeting.
Our paths often cross and we must face similar difficulties (leading and stimulating our
Association, administration, the Association’s relationship with scientific and medical
worlds, representing the association ......... and succession management.....). Thus it was
a very enriching morning, reassuring because we discovered that we all had the same sets
of problems and they were not coming from us.

10th June : Launch of the 20th Telethon, during the Families’ Days of the AFM (French
Association for Myopathies). Several Chairs who were present the day before at the
o S Alliance meeting joined up for a festive dinner.

9th to 12th July : Elastin Congress in Lyon (France) organised by Dr Pascal Sommer. Unfortunately, due to Jean-Louis’
health I was unable to attend.

26th July : Leisure managers at the Camping des Maraises planned a very
pleasant evening for us : Paélla and a Magic Show, then presentation of the
Film « Cécile » followed by a debate. There were 160 people. I feared that
most of them would leave after the show. But everyone stayed and there was a
very lively debate. Highly relevant questions revealed the public’s interest in
rare disorders, even on a summer holiday night. It was a very cheerful evening.
Moreover, part of the dinner’s price was passed on to us, totalling € 200.

9th September : Board of Directors of the Local Associations’ Committee on Health
in Poitou Charentes (CISS-PC) in La Rochelle (France). It was followed by a press
conference with Sud-Ouest (newspaper) and France-Bleu La Rochelle (radio).



http://www.orpha.net/nestasso/cutislax

12th October : 1st Regional Forum on Rare Disorders in Poitiers (France). After more than one year in gestation, our
efforts were well rewarded : a high quality forum gathering more than 100 participants and high standard speakers. A
great success.

27 Novembre : Regional Forum « Disabilities and Success » in Niort, organised by the Regional Council.

1st December : A very beneficial day for CLI with two
official cheque presentation ceremonies : At the Crédit
Agricole Bank of Angouléme where the AGIR
Foundation gave us € 3,600 to buy equipment, and then
at the Village Hall of Sireuil where the Triathlon and the
Brin d’Aillet committees gave us € 500 and € 600 raised
during these two sports days. Once again many thanks to
them all.

8th and 9th December : The Walk for Rare Disorders during the
20th Telethon. The sun was shining and with great emotion, for
the third time, we invaded the streets of Paris to get Rare
Disorders known and recognised. Sophie Davant (TV presenter),
Laurence Tiennot-Herment (Chalr of the AFM) and Thlerry
Lhermite ~ (French  actor) ( Y
started the walk.
Over 2,000 walkers brandishing the placards showing the names of &
the disorders represented in Alliance Rare Disorders made a long,
merry and colourful procession. Headed by the brass band of the
Ecole Normale Supérieure to give us the beat, it started at
Broussais Hospital and, after more than 8 kms, the night had
already fallen when we reached the Trocadéro and Paris stage of
the T¢éléthon. It is always the occasion to meet friends, to make new ones, to talk with researchers and
represent sufferers. It is a big festive event, a very happy time we look forward to year on year. We
missed Jean-Louis a lot. We hope to meet you there next year.

RESEARCH

+ The current Research Programme is nearing the end of its funding, due at the end of December 2006. Our
researchers are working on a new call for funds to be granted to the GIS-Institut des Maladies Rares (Scientific Group
of Interest-Rare Disorders Institute). If successful, the research will continue into those genes implicated in Cutis Laxa
and for which, today, no mutation has yet been identified (70 % of the samples included in the programme).

A new study must also be started : Clinical Research. This should permit clinicians better identify the different forms of
Cutis Laxa and lead to a new classification of the disorder. Indeed today 5 specific forms have been described : 4
genetic forms and 1 acquired. Among the sufferers known today, a certain number are atypical. This means that they
cannot be « classified » in any of the described form because they do not present the typical symptoms of any of them.
However these atypical sufferers have common characteristics. Thus one can think that some of them may represent
another form of Cutis Laxa not yet clearly identified. Thus the identification of these “atypical” forms will allow a new
classification of Cutis Laxa.

Concerning pathophysiological research (Skin models), Dr Pascal Sommer will carry on his work. The private funding
he received up to now should be renewed in the future. Thus we can hope that he will soon be able to start “testing”
molecules on skin models in order to select those which could be of therapeutic benefit.

% Geneskin : is a project which is funded by the European Parliament in the 6th European Program of Research.
Its title is : “Rare Genetic Disorders of the Skin : Diagnosis, Healthcare and Awareness through a European network”
This roject is lead by Dr Giovanna Zambruno from the Molecular and Cellular Biology Laboratory in Rome. Its aims
are to coordinate, at the European level, the diagnosis and research work on rare skin disorders, to create a website for
professionnals and sufferers as well as for the public. This website will give information on diagnosis and healthcare, as
well as on relevant Centers of Reference. We will be mentionned on this website in the page listing patients’
organisations concerned by rare skin disorders.

LEGI SLATION

In H ance

+ The Biomedical Agency has finally been set up. It delivered, a few months ago, the first research licences on
human embryo and embryo stem cells to French teams. Amongst the agreed projects, fives will work on human stem
cell lines coming from abroad, and one will create new stem cell lines from supernumerary embryos for which there is
no longer a parental project. This last team will specifically work on embryos carrying disorders identified through
pre-implant diagnosis in France.
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