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PHELAN -McDERMID SYNDROME
FOUNDATION

Ola!

Meu nome é Sue Lomas.

Apresento as minhas descu
antecedéncia por nao falar P

pas com
ortugues!

Gostaria de falar um pouco so

bre o inicio

da fundacao e do que fazemos agora.
Este € o fim do meu Portugués!
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@ Meet Sam

* Born 22 years ago

* First PMS individual
to be diagnosed in
utero

* Some of Sam’s
challenges include:
epilepsy, scoliosis, hip
dysplasia, speech




Wonder
what he is
thinking?

Sammy weighed 2 |bs 4 0oz and was in the Neo-
Natal Unit for almost 5 months at Arnold
Palmer Hospital in Orlando, FL.

®
\' Today, his smile is contagious to
Pme everyone who knows him!
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Founded in 2003
* 1,300+ known diagnosed globally

* Families in our Registry
e Primarily parent volunteer organization

* Leveraging Research through stakeholder
partnerships

* Providing Family Support through Regional
Reps

* Increasing Awareness & Engagement through
partnerships and legislative Advocacy
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@ We are around the globe

In 1998, at our first
support group meeting in
Greenville, S.C., there
were just a few countries
represented.

Today, you’ll find families
affected by PMS in more
than 40 countries.
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@ Where we are from

Argentina (1), Australia (49), Austria (2), Belgium (3),
Bosnia and Herzegovina (1), Brazil (16), Canada (35),
Chile (3), Colombia (3), Costa Rica (1), Croatia (2),
Czech Republic (1), Denmark (3), Finland (3), France
(42), Germany (17), Greece (2)

Ireland (5), Italy (19), Kuwait (1), Lithuania (1), Mexico
(2), Netherlands (6), New Zealand (4), Nicaragua (1),
Norway (6), Poland (8), Portugal (11), Slovenia (2),
Spain (15), Sweden (3), Switzerland (1), United
Kingdom (63), United States (504) and Venezuela (1)

July 5, 2016



1988: First child
diagnosed by Dr.
Katy Phelan.

Our History

1998: The first

support group
meeting is held in
South Carolina.
Twenty-six families
attend.

2000-today:
International
family conferences
are held every 2
years.

2002: Families
form a board, and
the foundation
receives non-profit
status in 2003.
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Our history 2004-2010

2010: Open
office in

2009: We Venice, FL.;
‘ begin social Phelan-
2007: First networking McDermid
meeting of Syndrome
2006: First German Foundation
Australian families; dad name;
2004: 60 family Cern Basher research
families at gathering does first takes off with
conference mountain SfN
climb attendance,

Strategic plan
for science is
written, PMSF
undertakes
research
support
initiatives.



2011: Fund
three research
fellowship.
First Scientific
Symposium in
NY

July 5, 2016

2012:
International
registry and
repository;
largest-ever
conference in
Orlando;
second
scientific
symposium;
local fund-
raisers flourish

2013: Cases of

PMS
worldwide
exceed 1,000;
closer
collaboration
with
international
families

@ Our history 2011-2014

2015 Setting
Strategic
Direction for
growth

2014: First
place in Giving
Challenge for
second year;
Orlando
conference,
new logo,
November
scientific
symposium in
Washington,
D.C.
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</ GROWTH AND CHANGE

DIAGNOSED MEMBERS

854
809
589
296
180
105 .
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1998 2000 2002 2004 2006 2008 2010 2012 2014
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@ PMSF Organization

Board of
Directors
|
| | | |
Research Familv Subbort Awareness & Cross-Functional
y Supp Engagement Committees
Registry Conference Communications Developmgnt &
Fundraising
Global Partners Legislative Finance
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¢ Amazing e
Lives (2nd Edifion) N4

An Infimate Look At The Unique Challenges

of Phelan-McDermid Syndrome

Amazing Lives, 2" Edition
Intimate Family Stories

«/ Advocacy & Support

el

Region 1 Gathering
in California

Raising
Awareness
l  “PMS It’s Not
P“’MS ‘. What You Think”
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FUNDRAISING EVENTS

Logan’s Heroes

TIME:

FOR MORE INFORMATION PLEASE CONTACT:
pmsfaustralia@outlook.com.au
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@ A POWERFUL COMMUNITY

YAHOQO!




(‘;.\) Family Support 2014
International Conference

196 Families In Attendance

14 Countries Represented

38 US States Represented

22 Researchers Presented
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@ INTERNATIONAL REGISTRY

Phelan-McDermid Syndrome Foundation
INTERNATIONAL BEGISTRY




f7°°2)), Phelan-McDermid Syndrome SelectSH
N & INTERNATIONAL REGISTRY Username “Logn

Forgot login?

About Glossary Clinical Trials Help

e e

Newsflash %

NEW RESEARCH OPPORTUNITY!
The Phelan-McDermid Syndrome

Foundation is pleased to announce the
first researcher-sponsored project via
our PMSI patient registry. This study
will explore medical problems such as
sleep disturbances, attention deficit
disorder, autism spectrum disorder and
mitochondrial disorders for the purpose
of identifying treatable aspects of
medical disease related to Phelan-
McDermid Syndrome.

Login and click the My Profile button to
join these surveys today!

Welcome to the Phelan-McDermid Syndrome International Registry. The purpose of this registry is
to consolidate information from individuals with Phelan-McDermid Syndrome into a single
database, which will be utilized by researchers to understand Phelan-McDermid Syndrome better.

*Future registry
challenges: improving

Click here to register now!

Researchers register here!



REGISTRY FACTS

FACTS ABOUT THE REGISTRY

e Empowers parents & caregivers as you
get access to information immediately

e Connects families to research
opportunities

e Better characterizes the syndrome,
which improves diagnosis and clinical
care.

e Information in the registry can be used
to clarify needs of PMS individuals —
support your kids and family.

e Feedback to family incorporates world
wide data from over 43 countries.

» Timely knowledge about clinical trials
through the registry

July 5, 2016 Phelan-McDermid Syndrome Foundation
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@ When do patients get diagnosed?

How old was the patient at the time of
diagnosis of PMS? (in years) (n= 120)
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@ Gl Symptoms

Has the patient had any of the following Gl symptoms?&
(n=114)

Unsure

Stools with partially digested food
Abdominal bloating

Excessive burping

Swallowing difficulty

Overeating

Aspiration

Indigestion
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Has the patient ever had
non-febrile seizures?
n=85

26 B Yes

. H No

Unsure

How many non-febrile
seizures has the patient
had? n=27
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Epileptic seizures

If yes, at what age? n=27

0to 3.
8to11..

Unsure L

2 years
4 years
6 years
8 years
10 years
12 years
14 years
16 years
18 years

Did onset of seizures
correlate with a loss of
skill? (n=72)

Other

Loss of motor.. E

0 20 40 60
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@ Obrigadal

Juntos vamos fazer uma parceria forte para ajudar
todos os nossos filhos!

Phelan-McDermid Syndrome Foundation
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