Organisme &' Intérét Genéral Loi 1901. 17740 S ite Maiece R

Fare I
r Td/Fax : 33(0)546 500 50 E};’nﬁgﬁg&é
enal | : MCLRY teux@ad . com
Ste: wwanm ra/restasso’atisl ax

Ti ~NEWS n° 11 ~ December 2007

The old year is coming to its end, a new year is starting. Cutis Laxa Internationale, the one and only worldwide
Association dedicated to this rare genetic disorder, has taken on new dimensions. The actions we lead at all levels (local,
national, European and international) fulfil the aims written in our statutes. But, most of all, our existence allows all
sufferers, in all countries, to feel less alone, to feel less abandoned, neglected, by the medical world and by society. In
2008, we will implement one of our greatest projects : to allow the greatest possible number of sufferers to meet each
other and share what Cutis Laxa has brought to their lives : laughter and tears, hope and despair. And to allow them to
meet doctors and researchers who are experts in Cutis Laxa. Sufferers coming from around the world will attend our 3™
Information Day held in Paris in May. This important event will be very moving for us all. It needs a huge amount of
work to prepare for it, organise it and especially raise the necessary funds.

I ask you all who read our newsletter and faithfully support us in our fight against the disorder to help us make a great
success of this Day.

Marie-Claude Boiteux, Chair
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NEW CONTACTS NEW FAMI LI ES

Puerto Rico and Croatia are the new countries added to our “Atlas” when Zamileth and Emanuela joined us. Together
with Ana from the USA and a new sufferer in Brazil, there are now 136 diagnosed sufferers on our books us. But we
might already be 139 because Fatos and Katie, from Great-Britain, and Tilio, from France, are waiting for their
diagnosis to be confirmed. I am glad to welcome them all in our “Great Family”.

Many sufferers are in direct contact with each other, either via email (thanks to the internet) or even meeting in person.
A mutual help and support network is getting organised. It allows sufferers to meet each other, to recognise each other
and to live better with Cutis Laxa. The greatest reward for all the work we have done since we set up our Association is
to be one link in this international human chain that, across borders, calms down distress and breaks isolation and
loneliness.

In the USA, Collin could benefit from the Association “Make a Wish” whose aim is to allow suffering children to have
their wishes realised. Collin loves music and he received a wonderful electric guitar. He also had the opportunity to go
for a ride in a superb “Homer” 4 x 4 limousine. He spent a wonderful day receiving these gifts.
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23" Sept 07 : Associations’ Day of the Ile de Ré, in Saint Martin.
The weather was splendid and every one was able to fit their stands around the central stage. Such events attract new
members and get a greater number of people to know about Cutis Laxa. It is also a good opportunity to meet local and
regional elected representatives and further increase their awareness of our actions. Our usual “Angling Game” was a
great success. We raised € 109.70 during the day.

23" Oct 07 : Nathalie met the children of the Private Primary School in La Rochefoucauld (Charente-France). She
introduced our association to them and told them what it is like to live with a rare disorder. She was deeply moved by
the way they welcomed her, their interest and the relevant questions they asked. We think about intervening again with
children. Through them, thanks to them, views of the disorder will change in tomorrow’s world.

30" Oct 07 : Meeting of the Local Branches of Alliance Rare Disorders
These meetings of all the local representatives allow us to confront our successes, our difficulties. Marie-Claude
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Boiteux has just been appointed Local Representative in Poitou-Charentes (France).

23" Nov 07 : 1* Regional Conference on Health organised by the Interassociative Committee
on Health in Poitou-Charentes (France). A large audience and high quality speakers made a
total success of this day. There too we were able to meet important players in the medical and
social worlds.

08™ Dec 07 : The Walk for Rare Disorders
With great joy and energy we met the member associations of
Alliance Rare Disorders
for this annual rendez-
vous not to be missed.
Unfortunately the sun was
not there and we walked
through Paris under & continuous rain. The actor Kad Merad, this year’s Patron
of the Telethon, started the walk at the Broussais Hospital. And the singer
Faudel, Patron of the Walk, welcomed us when we arrived at the Pitié-
Salpétriere Hospital.
We should have walked to the Vincennes Castle, but the
weather was so cold and rainy that we had to do the last
kilometers by bus after having warmed up in the premises of the
Piti¢-Salpétriecre Hospital. Night had already fallen when we
stepped on the Paris stage located in the main courtyard of the
Castle. Dazzled by the grandeur of the place, enthusiasm led us to
the Main Stage of this 21* Telethon.

39 nfornati on Day on Giti s Laxa

As the majority of you requested, we decided to organise our coming Information Day at a venue with easier access.
Thus it will be held in Paris (France) on 10™ May 2008. This 3" Day should be an outstanding date in the history of our
association. The organisation, the day before, of a surgery day by the Centre of Reference for Genetic Disorders with
Cutaneous Expression, the presence of many sufferers coming from abroad, but also the prestige of the French Capital
and a festive evening closing these two days should give them a very special importance. Organising them means a huge
amount of work.

You will receive later all the necessary information but note the date today as we hope to meet a large number of you
there.

RESEARCH

On the way to identifying a gene for Autosomal Recessive Cutis Laxa Type 11

Doctor Zsolt Urban (USA) took part in a study led by Doctor E. Morava (The Netherlands). They found that the 10
sufferers they studied were suffering from Autosomal recessive Cutis Laxa Type II associated with CDG syndrom Type
IIx (CDG : Congenital Disorders of Glycosylation or Carbohydrate-Deficient Glycoprotein). CDG is a group of
autosomal recessive disorders affecting the synthesis of glycoproteins. It more precisely affects synthesis and transfer of
the glycan part of the N-glycoproteins. It leads to a disruption of the capacity of cells to produce complete chains of
carbohydrate of glycoproteins which are, among others, important, in the body to carry proteins.

The conclusions of this study, published in the European Journal of Human Genetics on 30™ October, confirm the
heterogeneity of Autosomal Recessive Cutis Laxa Type II as those suffering from it do not all suffer also from CDG.
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