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Welcome to the First Newsletter

Dear friends, chers amis,

| am very happy that after someitial difficulties our common
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will make the newsletter interesting and helpful.

Many thanks indeed to Diana who has takemiothe job of collecting and distributing
the information. As we discussed in Vienna in October 2010 | suggest we publish the

next newsletter in March/April 2012. Could you please aim to send your next article to
Diana in January 2012.

& Play,

Greetings fronVienna,
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Association Francaise ED

DENTIST SCHOOL TEACHING

| would like to share with you a project that means a lot to me, as | really think it helps to improve life
for ED persons in France:

| give a lecture on ED in most of tdentistry schools in France every year. This year, one of the
examinations in Paris was on my course and | had to put the notes to 80 students! This lecture is of
course on ED syndromes:

| explain that they need to be vigilant when they see a girl wghnesis as it could be a girl with ED. |
advise them of what actions they should take (where to ask for the molecular testing, what other
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order that thefamily know what is going on.

| explain to them the importance of the molecular testing as it provides information on who is or who
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another agenesisthey have to know what gene is involve: ED bones are more fragile and
osteointegration should be complete before putting teeth on the implant.

| also explain to them that most doctors say to wait for the kids to be ready for having dentutds, b

R 2 tyafree askids are never ready to live with such a thing. They want teeth, but not this thing in
their mouth. The more we wait, the less children are compliant, so we have to ensure that they have
their dentures by 3 years old.

| tell them that the patby i A ay Qi 2yfeé GKS (1AR Ay (GKS RSyi(aA
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our kids; our kids should be their most rewarding challenge and that there is nothing better than to
put a smile where there was none.

| explan to them what parents have go through, having to face the unknown and even worse the lack
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composite or an over denture, if the denture should be put by nighho, where to take bone in
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| tell them how | have managed to obtain an official decision about implants in youths. However,
before the official decision, nobody wanted to put implants in children here in Franeg, ilere
really against it, but since | obtained the official statement the government now pays for the
treatment in kids from 6 to 18 years. In 6 months time, | should also get reimbursement for implants
on adults.

Olivia



FEnIDs

— @ Selbsthilfegruppe Ektodermale Dysplasie e.V.

Here is the news of the Gman speaking Patient Association Selbsthilfegruppe Ektodermale Dysplasie
e.V.

1) Our annual family conference was held on tHet8 10" April at Léwenstein, Germany. 160
families attended the meeting, among them about 50 people, who had never atteaded
meeting before.

2) During the meeting several medical examinations took place. All of them
especially for ED1 affected people.
1 Examination of the eyes with infrared photography ’
1 Examination of sweat glands with a confocal microscope (by
Edimer)
1 Teging of the lungs and of breathing JJ -

The minutes of the meeting will be printed and sent to all members and to gt
others if interested. ii;

We actually have 205 member families.

4) We would like to encourage the International ED families to use our IntematBoard at
www.ektodermaledysplasie.de

*

0zED *
J e 0zED Australian Ectodermal Dysplasia Support Group Inc

No Sweat

0zED are currently in the process of finalizing details for our annual camp/conference (Cansphévdake
place 7-9 of October in the Blue Mountains NSW.

We have been fundraising madly to accommodate activities such as archery, high ropes, BMX, swimming,
abseiling and leap of faith. These activities come under the banner of adventure therapyp amhders to
0dzAif R 2dz2NJ OKAf RNByQa aSt¥F¥ SaidsSSy I|yR - m

The campherence is so important to all our members as it enables our members fr
all over Australia to meet, reunite, provide valuable information and education and
gives the childremn opportunity to meet other children who look like them and have
the same daily struggles.

We allocate a great deal of time of parents to mix and mingle and share hints and tips and we find the
information coming out of the campherence is invaluable.

I am looking forward to sharing some photos with you after the cagwatch out for this in the next
newsletter.
Jenny Bos$resident


http://www.ektodermale-dysplasie.de/
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Ireland Group

An Irish branch of the Ectodermal Dysplasia Society was estabished in April 2010.

Our main aim is to vide moral support and advice to parents and families affected. We also provide a
network for sharing ideas and experiences.

We currently provide support for 21 families affected with ED in Ireland.

The establishment of the Irish society is also imaottto raise awareness of ED which we feel is an important
role.

We had our first get together last October 2010 in Dublin. 12 families attended and many lifelong friends were
made. We hope to make this an annual event and are planning another get togeihgear.

Ectodermal Dysplasia Society Ireland can be contactegdaime @ectodermaldysplasia.org or
00353876951979
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In January this year the ED Society moveitistown office. For the past 14 years the Society has been
fortunate enough to run from the my home. However, we are thinking of moving to smaller accommodation,
and the Society therefore took this opportunity to move to new premises and become fifigrictependent

as we take the Society forward.

As a conseguence there is much work to do as we have taken the opportunity of giving the Society a different
look by creating a new logo. This means all our literature will be revised over the comingsmont
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help our members understand the difference between the NFED Registry and the Edimer Network. We have
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published in October.

A further research project was carried out by a PhD student, from the UniversitysaflBnho conducted
research into the experience of living with ED, in particular, how people with ED feel about their appearance
and whether their experiences and feelings are affected by the knowledge that this is an inherited condition.
Having completd this project she is now embarking on a second phase of the study, exploring the role of the
health professional in the challenges that individuals with ED face.

Fundraising is going well for us and we are holding our first Charity Golf Day at the Jemz of

Diana Perry
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Norsk ED-forening
122

The Norwegian Support Grodpa Waf SSLIAYy3IQ G GKS Y2YSyidz B 52 dif R
date with the other Groups and be involvedthe IEDN.
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AADE Asociacion de Afectados por
Displasia ectodermica

In 2010, Geneticist and Paediatrician Ms. Encarna Guillen, founder of the AADE, the Spanish Association, wrote
an interesting article on Hypohidrotic Ectodermal Dysplasia.

In this article, Dr. Guillen said that the DEH is a genetically heterogeneous disease, since there are three genes
involved, in Xq12)13.1 EDA, in 291413 EDAR and in 1942023 EDARADD, and three different inheritance
patterns, Xlinked, autosomal domemnt and autosomal recessive.

The autosomal recessive EDARADD and EDAR are clinically indistinguishable.
The autosomal dominant, EDARADD and EDAR have a milder symptoms.

In the study by Dr. Encarna Guillén, 95% of the patients were randomly select&Di#gdnd the remaining
5% had the autosomal dominant or recessive.

Social Administration in Spain, IMSERSO, has made a brochure on the ectodermal dysplasia, which includes the
study by Dr. Guillen and further notes that the EDA gene on chromosome Xstsaisi2 exons, eight of them

in charge of encoding a transmembrane protein, involved in ectodermal

development, whose mutations give rise to the pathology that characterizes this disease.

As genetic transmission occurs alinked recessive, the fulyadrome occurs mostly in men carrying the gene
responsible for women up to 60% of them have certain features usually incomplete, depending on the
abnormal gene expression.

Gema Chicano
President From A.A.D.E. (ASOCIACION DE AFECTADOS DE DISPLASIPCE(}:TODERM
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http://www.ectodermaldysplasia.ca/
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Association. Our main focus has been on obtaining our chérib a G G dza> KA OK 6SQN
progressing nicelyWe hope to have crossed the final legal hurdles and be recognized as an official
charity by the fall/winter of this year.

As a young organization, another of our primary objectives has beamtirdise. Our efforts this
summer have been concentrated on raising money to help the families of diagnosed children
purchase cooling vests and to help both adults and children with other financial

challenges around dental and medical bills. We are ex¢dedport that we have
a fundraisingdance for Cool Kigd®ming up in Septembar an event that will
take place in Renfrew, Ontario. Ticket proceeds along with monies raised fro r
AAfSyd IdzOGA2y gAftf T2 RANBOI fedothark 6 NR 3
NFED and the Ectodermal Dysplasia Society in the U.K. for helping with the
fundraiser and sending us beautiful photos to use.
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And speaking of cooling vests, we were touched by the generosity of Dean Sainsbury of ARCTIC HEAT
USA, whose companydated an Arctic Heat Body Cooling Vest, valued at $220 CDN, for our
membership draw. We are currently in discussions with another manufacturer of cooling garments,
YR S a22y K2LS (2 KIFI@S | @Sad aRSY2¢ aSOGA2Y
Finally, we have devoted nah time into research, particularly focused on how the Canadian health
system (which is regulated provincially) handles cases of ectodermal dysplasia. It has been rather
discouraging to note that, in particular, diagnosed adults receive little to no fiabassistance, a

trend we hope to change in the future.

[221AY3 I KSFRX /95{! Qa 32l fa I NBE YIye&yYy (42 Ay ONJ
initiatives, which, in turn, will allow us to better serve our members through research, financial
support and advocacy.



FEnIDs

(

\ / National Foundation lor

} ctodermal

DYSDlEiSfEiS National Foundation for Ectodermal Dysplasias

Greetings from the United States! | would like to introduce myddly.name is Judy
Woodruff and | have served as the new executive director at the NFED for about eight
weeks now, and | already have had the pleasure of meeting many of our international
partners at our National Family Conference in JWhat an honor it is to be part of such
an outstanding group of organizations dedicated to serving those affected byezotad
dysplasias.

The NFED has had a busy year, and we would like to share with you the following information from our
organization.

Support
9 Save the date! The2012 National Family Conference is scheduled foiuly 19-21, 2012, Buena Vista
Palace and Sp@&rlando, Florida.

9 Education Scholarship Program ¢ We are helping six students attend college this falle granted
them scholarships totaling $10,000.

Research

9 Ectodermal Dysplasias International Registry ¢ We are pleased that 1,247 people have congdiea
profile in the Registry but know that we still have progress to madlease encourage all of your
members to go tdttps://nfed.patientcrossroads.organd complete a profile for every affected
individual and carrier in their familyThe Registry is available in English, French, Italian and Spanish.
Members can also visit the Registry to easily accesdatgified information to learn more about the
ectodermal dysplasiag-or example, you can queto learn how many people on the Registry with
HED experience nail issueBhe Registry is a key tool in linking families with interested researchers and
further describing the syndromes.

9 Ectodermal Dysplasias Classification: A Model for Integrations of Clinical, Systems Biology and
Bioinformatics, October 2012, Medical University of South Carolina, Charleston, South Carolina. The
goal of this conference is to classify the ectodermal dysplasias using an
interactive internet based database that caa bsed by affected individuals,
clinicians and scientistsThis system can be used to help with diagnosis and
to locate the potential involved genes and molecular pathways. The
significance of the conference results is twofold: a new classification apiproa
will foster a better understanding of ectodermal dysplasias and will open ne
field of research.This conference is a folleup to the event held in 2008.

3

9 Ectodermal Dysplasias Research: We funded the following projects in 2011.

| Telomere Defects in the Poikiloderma with Neutropenia Syndrome, Alison A. Bertuch, M.D.
Ph.D., Lisa L. Wang, M.D., Baylor College of Medicine.
bl Toward A Cure for Skin Erosions in AEC Patients, Maranke Koster, Ph.D., Peter J. Koch, Ph.D.,

University of Colorado, Denver. Wl publish a special research report in November
showcasing 30 years of progress and the latest developments in projects we have supported.

~


https://nfed.patientcrossroads.org/

Treatment LEABS

1 Treatment Assistance Program ¢ We have helped three individuals wi#5,000 to help pay for their
compkx care$4,000 to pay for wigs for two individuals ar$d90 to help one individual get an air
conditioner.

91 Dental Treatment Centers ¢ Families can now choose froM different Dental Treatment Centres
throughout the United States to receive oral healthB FNRBY | GSFY 2F SELISNRAS
been a great opportunity for dental students at the centres to learn about the syndro@asgoal is
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These are just a few of ¢hkey highlights from the 30Anniversary year of the NFED. We look forward to
continuing the work that Mary Kaye Richter began all those years ago, and we look forward to continuing our
mission of serving the individuals and families affected by ectodédysplasiasPlease feel free to be in

touch with our office if you have any questions or need anythirgok forward to meeting many of you in the
future and to working with you.

Warmest regards,
Judy Woodruff
Executive Director

Universitatsklinikum
Erlangen

da re and CI inical Trlals : : Friedrich-Alexander-Universitat
e | " g . -~ E : Erlangen-Niirmberg = =
m’ “" : June 1- 3, 2012 | Erlangen | Germany . e 7 @—I

PleasalonQii F2NBSG GKS aLydSNYI G A%03F June,@3) ih SradyghDS 2y
Germany.

Stay informed and register for the newslettevatw.ed2012.0rg

Would youpleaseinform all professionals frorall the different medicafields related to Ectodermal
Dysplasiaf this meeting and lpase encourage them to participaté.is very important that asnany
professionals as possible attend this meetmgnake it a success

Ulrike
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HELLO FROM POLAND

My name isElizabethBlum,l am a motheof a wonderful severyearold boywith Hypohidrotic Ectodermal
Dysplasia My sonwas diagnoseat the age of 5 It was thefirst contact with theNational Foundation for
Ectodermal Dysplasiasd The Ectodermal Dysplasia Society.

One daymy sonfound a NFEDhewsletter. When hewas looking athe photos all ofa sudderhe said 'Mom,
they look justlike me." | said thatthese peoplealso haveED. My sonsmiled andeplied,"Mom, callthem and
f S G Q Fpicnicltopethet. That was the momenitunderstood thatcontactwith other peoplewith EDis very
important for our children.| startedthinkingabout foundingan association.

| owe so much to the Nation&loundation forlEctodermaDysplasiagviary K.Richter,and The ED Society,
Diana Perry The firste-mails,information, support the joyof our accessionpriceless.

| was watching with a grégoy asour Association was being formeatianks to the involvement of unselfish
help of my friends absolutelynot related toED- lIwonaMiedzinskj MagdalenalLietzauand Wladyslaw
Harasimowicz | canhonestly say thatvithout their persistence agreatheart, goodorganizationand
knowledgeour associatiorwould not have beemstablished.

That way STOWARZYSZENIEMSD / %> 5%L 9/ L L a_h5%L9A, % 5 {t[! %W+ ¢
bw9{ ¢9| a, b gihRozndreQiirlgadals to e€iBoRtactwith other families offer themsupport

from our group,provideall necessary information analillingness to cooperatéor the goodof our children

and youth.We are committed tdeadingthem towardsan active social lifas well adoostingpublic

awareness of theeeds of people witHeD.

The cooperatiorof our familiesconsists in providing variety of informatiorbut alsosupporting them at
difficult moments.Unfortunately,our childrenare confrontedevery daywith the lack ofacceptanceand
understanding Thebig problemisanaccess to specialistsid even obtaining aorrect diagnosisr attendance
to schoolsand kindergartensUnfortunately,somefamilies do notvant to revealtheir problemsandisolate
themselves from the resif society.I'm hopingthat we canpersuade thento actbecauseve area strong and
organized team!

There are a loof tasks ahead of us be accomplishedCurrently,our Association

hasjoined theNationalForum for thetreatment of rare diseasesyhich was . P
foundedin 2005.TheForum brings togetheall the associations, whickeekcare Heﬁ'th L)
and treatmentfor people withrare diseasesSoonthe talks with theMinistry of e -
Healthon the establishment ahe registerof rare diseases Poland will be held. Ed“(ﬁt‘@ﬂ

Thank you fosuch avarm wdcome We are very pleasethat we belong tosuch a greatamily. The ED
Societygives ussupportbut you also inspire us to aetve receivedhe wonderfulnews ofGeorgeKeeble Our
congratulations

Best regards,
ElizabettBlum



