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 POSSIBILITIES
ARE LIMITLESS
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Rarediseasesimpact 30 MILLION
0%

of all rare diseases
in the United States

As groups nationwide
prepare for Rare Disease Day,
understanding the needs of
patients is recognized as.a
priority.

n the last day in February, hundreds
O of patients’ groups from around the
world will hold a host of activities to
raise awareness about rare diseases. The inter-
national 10th annual Rare Disease Day, which
is coordinated by the European Organization
for Rare Diseases (EURORDIS), seeks to help
the public understand how rare diseases im-
pact people’s lives, and bring these diseases to
the attention of policy makers, public author-
ities, industry representatives, researchers, and
health professionals.
In 2009, the United States joined Rare
Disease Day, extending the international
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For people with rare
diseases, the average
length of time from

symptom onset to
accurate diagnosis is

48 YEARS

February 28 is Rare Disease Day
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RARE DISEASE DAY TURNS
SPOTLIGHT on Research

scope, and in 2013 President Barack Obama
sent a letter stating his support for the day.
Rare Disease Day is officially sponsored in
the United States by the National Organiza-
tion for Rare Disorders (NORD), which is a
member of the global planning committee for
Rare Disease Day, working with EURORDIS
and national alliances around the world that
support Rare Disease Day.

“Rare Disease Day promotes education and
awareness by sharing the everyday experiences
of the millions of people living with rare dis-
eases,” says Mary Dunkle, VP of educational
initiatives at NORD.

“Having a special day draws the commu-
nity together and provides a unique opportu-
nity to focus on goals we hold in common. It
assures that, at least once a year, rare diseases
and the challenges of living with a rare disease
will be a topic of worldwide conversation.”

Extensive but Rare

There are about 7,000 rare diseases, most
of which are genetic in origin. The definition
of a rare disease varies from country to country.
In the United States, a disease is considered
rare if it affects fewer than 200,000 people,



Rare Disease Day

As a part of Rare Disease Day
activities, national rare disease
umbrella organizations
partner with condition-
specific organizations to raise
awareness and funds for
research in support of various
initiatives.

whereas in the U.K., a disease is considered

e DR. MICHAEL MURPHY
rare if it affects fewer than 50,000 people.

Worldwide Clinical Trials
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Diagnoses for rare diseases frequently are
elusive even when genetically based; definitive
therapeutic options are nonexistent for more
than 95% of rare diseases, and symptomatic
therapy, including support services may have
limited utility, says Michael Murphy, M.D.,
Ph.D., chief medical and scientific officer,
Worldwide Clinical Trials.

There are rare diseases that affect just one
in 8 million people, such as Hutchinson-Gil-
ford Progeria, which results in a rapid appear-
ance of aging. One rare disease, Fields’ disease,
which results in muscular deterioration, is
believed to only affect twins Catherine and
Kirstie Fields from Wales. At the other end
of the scale, conditions such as Brugada Syn-
drome — a heart arrhythmia — affect as many as
five in 10,000 people.

But while each rare disease affects just a
small number of patients, it has been esti-
mated that if all patients with rare diseases
lived in one country, it would be the third
most populous country on earth.

Rare Disease Day 2017 is focused on advo-
cating for more research into rare diseases, and
represents an important opportunity to spread
awareness about a wide range of conditions.

“Rare Disease Day provides a foundation to
highlight the importance of patient and care-
giver involvement, a public policy that facili-
tates R&D with brisk product approvals, and
emphasizes the need for coordinated research
and development efforts across a spectrum of
disorders and stakeholders,” Dr. Murphy says.
“Additionally, Rare Disease Day is a day of
recognition, an occasion for those who work
in policy, discovery, and clinical research to
acknowledge an increasingly permissive scien-
tific and regulatory environment supporting
R&D initiatives.”

Ms. Dunkle says the focus on research is
particularly appropriate because major ad-
vances are being made in the understanding of
rare diseases and development of diagnostics
and treatments.

“Many academic institutions and phar-
maceutical companies are establishing special
centers to focus on rare diseases or orphan
products,” she says. “Approximately one-third

—

Rare Disease Day and
complementary activities
are required to raise
attention to these
conditions and the daily
problems that patients.and
families are facing.

DR. MARC MARTINELL
Minoryx

of the new treatments approved by the FDA in
recent years have been for rare diseases.”

Patient organizations are more involved
in research than ever before, both as sources
of funding and as active participants. They
are providing input into the design of studies
and developing patient registries and other
critically important resources, Ms. Dunkle
points out.

“This is a time of great hope for the com-
munity, and innovative research is one of the
primary drivers of that hope,” she says.

Importantly, Rare Disease Day is a way to
connect with patients and to hear their stories.
Ms. Dunkle says the touching and compelling
stories and photos that people with rare dis-
eases share inspire action.

“Many of the individuals and families
affected by rare diseases do truly remarkable
things to overcome the challenges, both for
themselves and others,” she says. “It’s inspir-

ing to read their stories and view their videos.”

The word “rare” suggests to people that
these are diseases that apply to other people
and not them, but viewing first-hand the pa-
tient struggles, people can see that anyone can
be affected and everyone knows someone with
a rare disease, Ms. Dunkle says.

“These are just ordinary, everyday people
coping with incredibly difficult situations and
— in many cases — accomplishing amazing
things in the process,” she says.

Dr. Murphy notes that orphan disease
research increasingly is characterized by a
sophisticated understanding of genotypic and
phenotypic relationships, evaluates exception-
ally innovative therapeutic strategies that were
well outside of feasibility less than a decade
ago, and enjoys unprecedented regulatory flex-
ibility in evidentiary standards of efficacy and
safety offering accelerated development time-
lines and patient access.
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Rare Disease Day

“Indeed, activities supported by Rare Dis-
ease Day remind all that therapeutic solutions
will be constrained only by the creativity, pas-
sion and support provided to R&D specialists
within the industry and by the talent that can
be demonstrated by organizations in mobiliz-
ing patient-centered research teams,” he says.

Focus for the Day

NORD will have representatives in nearly
every state at a broad range of advocacy, ed-
ucational, and awareness events. A NORD
representative will speak at the National Insti-
tutes of Health (NIH) Rare Disease Day event,
which is one of the signature events each year,
Ms. Dunkle says.

NORD hosts the national website for
Rare Disease Day in the United States (www.
rarediseaseday.us), where people can post in-
formation about events they are organizing or
find out what’s happening in their state. The

A great deal of thought
and planning goes
into Rare Disease Day
internationally each year
so that worldwide we all
can articulate the same
messages and work
toward the same goals:

MARY DUNKLE
NORD
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“Handprints Across America” campaign and
other activities on this website make it possi-
ble for everyone to participate in Rare Disease
Day, even if they can’t travel to events.

“For Rare Disease Day 2016, NORD and
advocates in its Rare Action Network (RAN)
organized ‘State House Events’ in 37 states to
educate and inform legislators,” Ms. Dunkle
says. “On the state level, more than 2,100
people participated in the state house events
organized by NORD and its RAN advocates
in 2016. This included 279 state legislators
and legislative staff. Being able to discuss spe-
cific issues related to patient care, access, and
support within states is incredibly important,
and Rare Disease Day provides a perfect forum
for this. Even more such events are being
planned for this year.”

NORD also works with students and staff
at medical schools, universities, and teaching
hospitals to organize Rare Disease Day events.
Speakers from NORD’s patient/caregiver

speakers’ bureau will share their experiences at
many of these.

“Major media and social media campaigns
are also being planned, including the annual
Rare Disease Day tweet chat that NORD co-
hosts with Dr. Richard Besser of ABC News,”
Ms. Dunkle says. “NORD also hosts the Rare
Disease Day U.S. presence on Facebook and
Twitter.”

Many biopharmaceutical companies fo-
cused on rare diseases will be participating in
activities to promote Rare Disease Day.

“We have seen a significant change around
the awareness on rare diseases within the
general population, and Rare Disease Day
has been an important contributor to that,”
says Marc Martinell, Ph.D., CEO of Mino-
ryx, which exclusively focuses on developing
new therapies for rare diseases. “Nonetheless,

- there is still a lot of work to be done, so many
- other Rare Disease Day and complementary
. activities are still required to raise attention to

these conditions and the daily problems that
patients and families are facing.”

As in previous years, Minoryx will be con-
tributing to the activities organized for this

IN 2016, NORD PLANNED AND
HOSTED 37 STATE HOUSE EVENTS
ACROSS THE U.S. THESE WERE
ATTENDED BY 2,100 PEOPLE AND

279 STATE LEGISLATORS AND
STAFF, FEATURED PARTICIPANTS
FROM 202 ORGANIZATIONS,
197 PATIENT AND CAREGIVER
SPEAKERS, 81 STATE LEGISLATIVE
SPEAKERS, AND 26 MEDICAL
PROFESSIONAL AND
INDUSTRY SPEAKERS.
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6th Annual
CLINICAL DATA

INTEGRATION &
MANAGEMENT

viarch 21-22, 201/, Princeton, New jJersey, USA

The sixth Clinical Data Integration and Management will be coming to Princeton, New
Jersey, to join together senior level professionals working with data in clinical trials.
This is your prime opportunity to network with peers and discuss the industry’s biggest
challenges. Clinical Data Integration and Management 2017 aims to create a platform
that will challenge your thinking and inspire company growth, whilst continuing to help
smooth new processes within the clinical trials industry.

AGENDA HIGHLIGHTS

Laszlo Vasko
Capturing clinical trial design decisions

Terry Katz
Examining eSource system integration models to improve efficiency
and shorten trial timelines

Philip Ross
Clinical visualization and creation of a data lake - Another step in the
evolution of clinical development

Audrey Hill
Analyzing the evolving role of the clinical data manager to help your team
continuously improve and prepare for future market needs

Clinical Data Integration and Management 2017 will provide an extensive agenda which
will confront top issues whilst giving you the chance the join in the discussion.

TOP ISSUES AND THEMES

® |dentifying the value of risk based monitoring B Developing effective relationships with CROs
®m Advantages of Electronic Data Capture systems B Evolving role of data managers
B Advantages of wearable technologies m Utilizing data visualisation tools and techniques

For more information about the event and to register your place, please visit the website.

BOOK NOW WilTh REFERENCE CODE: mit-mC

There are a limited number of FREE spaces reserved for VP/Director/C-Level executives for the 2-day conference

http://www.arena-international.com/ecdm/
To find out more please contact: events@arena-international.com
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Rare Disease Day

day, particularly in Spain, where the company
sponsors activities organized by FEDER (Fed-
eraci6n Espafiola Enfermedades Raras).

“Last year this included the activities orga-
nized for Rare Disease Day as well as sport ac-
tivities open to the public,” Dr. Martinell says.

Minoryx’s lead program is targeting
X-linked Adrenoleukodystrophy (X-ALD),
which mainly affects the nervous system and
adrenal glands, and its drug candidate MIN-
102 is a PPAR gamma agonist that is now
completing Phase I clinical trials. A Phase
II/IIT trial in X-ALD patients with AMN is
scheduled to start by the first half of 2017. The
company also has a drug discovery platform to
identify a new generation of pharmacological
chaperones non-competitive with the natural
substrate that it is applying to several lyso-
somal storage diseases.

Creating Awareness

Spreading awareness through events such
as Rare Disease Day can serve as a powerful
motivation for patients with rare diseases to
enroll into clinical studies that could poten-
tially result in more effective treatments, says
Gur Roshwalb, M.D., CEO of Akari Thera-
peutics.

“Akari depends on studies to advance the
development of our lead product Coversin,
which is a small molecule that inhibits mo-
lecular activity responsible for rare diseases
such as paroxysmal nocturnal hemoglobinuria
(PNH), atypical hemolytic uremic syndrome
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(aHUS), and Guillain Barré syndrome (GBS),”
Dr. Roshwalb says.

Dr. Murphy says there are more initiatives
today to help identify the needs, priorities, and
impediments for rare disease basic and applied
research. Activities for Rare Disease Day bring
together national rare disease umbrella organi-
zations with condition-specific organizations
to raise awareness and funds for research in
support of these initiatives. In 2016, as an ex-
ample, events on Rare Disease Day occurred in
85 countries and regions (all 28 EU countries
as an example) with a companion video in 34
languages with more than 300,000 views re-
corded, 36,000 tweets, and 6 million Facebook
contacts.

“Promoting awareness, providing a plat-
form for funding, and providing a framework
for proactive patient and family engagement in
a participatory research model is foundational
to a successful research and development strat-
agem,” he says.

Worldwide Clinical Trials has a strong
focus on rare diseases, providing it with a
strong differentiation and allowing the com-
pany to provide integrated programs from
IND activities to early and later phases of
clinical studies, and to potentially pivotal
trials. Other initiatives include webinars on
a variety of topics to support orphan disease
clinical research.

“For Rare Disease Day 2017, a Worldwide
webinar will highlight the importance of in-
tegrated systems and teams within a CRO for
difficult-to-find and difficult-to-treat patients,

Rare Disease Day
provides an important
opportunity to spread
awareness about a wide
range of conditions.

DR.GUR ROSHWALB
Akari Therapeutics

a narrative that again emphasizes facility with
innovative trial design applicable to small
populations, international operational acumen
distinctively different from those used within
traditional indications, and patient engage-
ment and retention mechanisms impacting
protocol design and execution,” Dr. Murphy

says.

Rare Disease Day Events
February 28th

> Rare Disease Day at NIH - Monday, Feb.
27,Bethesda, Md., https://ncats.nih.gov/
rdd

> Rare Disease Advocacy Events — across
multiple states, http://rarediseaseday.us/
events/advocacy-events/

> 8th Annual SBP Rare Disease Day Sym-
posium - Feb. 24, Sanford Children’s
Health Research Center, La Jolla, Calif,,
http://rarediseaseday.us/events/loca-
tions/

> University of Minnesota Rare Disease
Day, Feb. 24, McNamara Alumni Center,
Minneapolis, MN, http://rarediseaseday.
us/events/locations/

> Vegas Cares About Rare 5K Run/1M
Walk, Henderson, Nevada, an inaugural
event to raise awareness for kids with
rare diseases, http://rarediseaseday.us/
events/locations/

» Adalynn Grace Memorial Golf Outing,
Feb. 25, Sun‘n Lake Golf Club, Sebring,
Fla., http://rarediseaseday.us/events/loca-
tions/

> Alaskan 1000-mile Iditarod Sled Dog
Race, March 4 to 16,a 12-13 day sled dog
race to raise awareness for rare diseases,
http://rarediseaseday.us/events/loca-
tions/alaskan-iditarod-2/
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* PATIENTS AS PARTNERS

DOUBLETREE BY HILTON
PHILADELPHIA, PA

INCORPORATING THE PATIENT PERSPECTIVE
THROUGHOUT THE ENTIRE CLINICAL TRIAL CONTINUUM
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EXCLUSIVE LAUNCH DISCOUNT!

Co-Chairs

de y
Ken Getz, MBA Judith Ng-Cashin, MD  Suzanne Schrandt, JD
Tufts CSDD, CISCRP INC Research Arthritis Foundation

We are pleased to bring “Ask the Patient” to Patients as Partners, a program representing a
AS K TH E group of individuals who've experienced a clinical frial. These patients, our Medical Heroes,
will be at Patients as Partners to answer questions about their clinical trial experience. It is a

PATI ENT great opportunity to learn about the redlities of a clinical trial directly from the patient’s
point of view.

Presented By Lead Sponsor Executive Sponsor Supporting Partners
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M, o @ Health Research & rommemm G Network
Research Commercialization™
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