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The mission of the IWSA Is to promote international knowledge
and awareness of WAGR/11p Deletion Syndrome and its
complications and treatments, to stimulate research, and to reach
out to those affected by WAGR/11p Deletion Syndrome in an
effort to improve therr lives.

Amy, Jenna, and Sarah get a long awaited group hug




Informed and Involved Leadership

The IWSA’s all-volunteer leadership group participated in numerous interesting and informative
meetings, workshops, conferences, and webinars in 2012. Some of the highlights include:

Kelly Trout, IWSA Board Member and Health Consultant

* Became Alumni of the Drug Information Advocate (DIA) Fellowship Program
and Co-Chaired the DIA Advocate Community 2012-2013, attended the DIA
National Conference in Philadelphia, PA

e Attended the Rate Disease Symposium, NIH Webcast

* Represented the IWSA at the US Conference on Rare Diseases and Orphan
Products in Washington, DC

e Represented the IWSA at the National Organization for Rare Disorders (NORD)
Regional Membership Meeting in Orlando, Florida

» Attended the AHRQ Reviewers Conference in Washington, DC and served as
Peer Reviewer for the publication, “Registries for Evaluating Patient Outcomes: A
User’s Guide, Third Edition” by the Agency for Healthcare Research and Quality, 2012

Rhonda Sena, IWSA Board Member and Education Consultant
e Attended the Wrightslaw “Special Education Law and Advocacy” by Pete Wright, Esq.

Shari Krantz, IWSA Chairperson

* Represented the IWSA (with Kelly Trout) at the Genetic Alliance “Genetic Testing and Data

Management Summit: Improving Health Outcomes, Disease Management, and Accountable

Care Delivery”, Biotechnology Industry Organization, in Washington, DC

* Attended the Genetic Alliance Registry and Biobank Boot Camp in Washington, DC

¢ Attended the Steering Committee Meeting for the Coalition for Imaging & Bioengineering
Research (CIBR) in Washington, DC

Tammie Hefty, IWSA President

¢ Graduated from “Partners in Policymaking” in the state of

Wisconsin, which involved six rigorous weekend-long training

sessions to learn about disability legislation and how to best

impact the course of legislation regarding disability issues

¢ Launched the Facebook support group for the IWSA as a new
means to reach out to families around the world-it has
connected 58 different families from 10 different countries
e Led efforts to allow families around the world to attend

WAGR Weekend virtually, via live Webcast, and through social media including

Facebook and Twitter




IWSA Chosen to Participate in GRDR

In April 2012, the IWSA was one of thirty rare disease
organizations chosen to participate in a pilot project by
the Office of Rare Diseases Research at the National
Institutes of Health. The project is called the Global Rare
Diseases Patient Registry and Data Repository (GRDR).

The GRDR is designed to demonstrate how online
registries of patient data can facilitate research and
accelerate the development of treatment for rare
disorders. The GRDR project is also intended to
demonstrate how patient advocacy organizations, even
those groups as small as the IWSA, can create and manage patient registries.
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The IWSA Patient Registry will allow patients and/or caregivers to provide information on
symptoms, diagnoses, and medical history in a secure online site. All information will be “de-
identified”, meaning it will be stripped of information that would allow identification of the
contributor. Participants will be able to see summarized data, such as the number of other
participants reporting a given diagnosis, but no specific patient identifying information.

During 2012, members of the IWSA Registry team learned about a wide variety of topics,
ranging from standards for data collection and management to patient privacy and
confidentiality. In October, IWSA submitted its application for Institutional Review Board (IRB)
approval. IRBs evaluate research projects and insure that ethical and privacy standards are met.
The IWSA received approval from Chesapeake IRB, which will also provide ongoing oversight.

Researchers wishing to study WAGR Syndrome/11p
Deletion Syndrome may contact the IWSA, and if
approved, Registry participants may choose whether to
. contribute their data but will be under no obligation to
& do so.

The IWSA Patient Registry Team is currently building the
website that will house the Registry and tentatively plans
to launch later this year.




Update on the WAGR Syndrome, 11p Deletion and
Aninidia Study at the National Institutes of Health

. We are happy to report that 2012 has brought continued progress for the
genotype-phenotype study at the National Institutes of Health in

{ Bethesda, MD. The goal of this study is to learn how people’s particular

| genetic differences (genotype) affect their clinical symptoms (phenotype).
To date, 44 children and adults with WAGR/11p deletion syndrome have
come to the NIH to participate in this study.

In 2012, the WAGR study research team also presented two abstracts at
scientific meetings. The first abstract, “Pineal Hypoplasia and Decreased
Melatonin Secretion in Patients with PAX6 Haploinsufficiency due to
WAGR Syndrome or PAX6 Mutations, “ was presented at the 94™ Annual
Meeting of the Endocrine Society in Houston, TX, June 23-26, 2012. This abstract reports that
people with PAX6 deletions or mutations have underdeveloped pineal glands on brain magnetic
resonance imaging, lower levels of a hormone made by this gland, melatonin

(which is important for circadian rhythm and sleep), and a trend toward greater sleep
disturbance. We are delighted to report that this abstract generated much interest among the
scientists and physicians at the meeting and was selected as a winner in the Endocrine Society
Presidential Poster Competition. The second abstract, “Measuring Autism Symptoms and
Diagnosis in Select Rare Genetic Diseases,” was presented
at the 3rd Conference on Clinical Research for Rare Diseases
in Rockville, MD, October 2, 2012. This abstract describes
the potential pitfalls in using typical screening tools for
autism diagnosis in patients with significant

cognitive impairment, concurrent medical illness, and/or
sensory deficits, such as low vision, and advocates modified
approaches based on our experience working with patients
with genetic disorders, including WAGR/11p deletion
syndrome.

Also in 2012, our team has been working on starting a new clinical trial to study the effects of a
medication that may replace some of the functions of brain-derived neurotrophic factor (BDNF)
in patients who have deletions involving the gene that produces BDNF. We are grateful to the
families who assisted us in July 2012 to pilot a chicken nuggets test which will become a very
useful part of our proposed clinical trial. Progress in launching the trial has unfortunately been
stalled due to the ongoing federal budget issues, but we hope to begin the study as soon as
possible.
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