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For starters, the near-

ly 3 million Canadians liv-
ing with a rare disease and
their families:

Patients like Eric, who struggled for
30 years seeking a cause for his many
painful and debilitating symptoms.It
wasn’t until his infant daughter de-
veloped the same symptoms that the
doctors figured out they both had a
genetic auto-inflammatory disorder.
Or the Sean family, who live in a prov-
ince that does not screenforJoey ‘s tare

metabolic disorder. His parents had
two morte boys with the same condi-
tion before they realized something
was seriously wrong. Ot Gerald, who
thought he had won thelottery when
he found a clinical trial for his son’s
1are condition. Then he learned that
no trial sites were planned for in Can-
ada.Perhaps Richard, who was told he
would not get access to a drug for his
progressive neuromuscular disorder
until he became “more disabled.” His
brother, in the neighboring province
isbeing treated.

What about Claire and Al, whose
two-year-old daughter received a
diagnosis of a rare progressive pi-
tuitary disorder? They were given a
long list of tests and specialists she
would need the test of her life, an
even longer list of physical, cogni-
tive and behavioural challenges, and
a very short list of supportive ther-
apy, and no contact information for
counselors, social workers or parent
SUpport groups.

A strategy to improve lives

In March 2015, at this year’s Rare Dis-
ease Day Conference, the Canadian
Organization for Rare Disorders re-
leased a 50-page report on “Rare Dis-
ease Strategy for All Canadians.” The

culmination of three-years of multi-

stakkeholder consultation, the docu-
ment sets forth to improve the lives
of patients and families in eight goals.

'The Strategy's' eight goals are:
1. Public awareness of rare diseases
and their public health impact.

2. An environment that is respon-
sive to the wide-ranging needs of
widely diverse rare disease patients
and families.

3. Prevention and early detection of
tare diseases are regarded as import-
ant goals of public health.

4. Communities resourced to sup-
port individuals with rare diseases
and their families.

5. Timely and equitable access to
seamless care for all Canadians with
tare diseases, regardless of where
they live.

6. All decisions informed by the
best available evidence generated
throughout the course of disease.

7. Sustainablemechanismsforaccess
to promising rare disease therapies.
8. Aworld leader in enabling and fos-
tering innovativeresearch around the
prevention, diagnosis and manage-
ment of rare diseases.

Each goal defines specific actions
involving all stakeholders. Our top
priority is directed to the Federal gov-

ernment to implement, without fur-
ther delay, the Orphan Drug Regu-
latory Framework, announced by
the Health Minister in October 2012,
which will establish an official def-
inition of rare diseases and stimulate
tesearch and development for new
therapies,including clinical trialsin
Canada. Moreover, Canada needs a
‘National Research Program for Rare
Diseases’ as well as a commitment
to sustained funding. The medical
colleges as well as at the profession-
al associations need to develop and
implement education and training
in their curriculum and continuing
education. 'The Strategy' identifies
an urgent need to include next-gen-
eration genetic testing and genetic
counseling (about 80 percent of rare
disease are genetic).

Change through unity and
collaboration

'The Strategy' also calls for linkages
to education, employment, disability,
and other community services. We
need the private and public drug plans
to work with the drug manufacturers
to establish mechanisms that will as-
sure appropriate, timely, and sustain-
able access to drugs as soon as theyare
approved. And we need investment
in new drug development as well as

support for the “repurposing” of ex-
isting drugs for rare diseases. Finally,
patient groups must be appropriate-
ly resourced to partner in every area,
including identifying unmet needs
for drug discovery, designing clinical
trials, establishing patient registries,
developing patient-centred best prac-
tice guidelines and treatment proto-
cols, developing and linking support
services and care, and serving as ate-
source to patients and families.

So, who needs a ‘Canadian
Rare Disease Strategy’?
Just about everyone, including the
payers and public health programs,
healthcareand supportive care provid-
ers, Tesearchers and drg developers,
and patient groupsandall Canadians.
This spring, CORD will host a
tegional and provincial consultation
on the ‘Rare Disease Strategy’. More
than twenty-four European coun-
tries have approved national plans
for rare disease, and our goal is to
have all-stakeholder support for a
Canadian strategy by fall 2015.

DURHANE WONG-RIEGER

aditorial@mediaplanst com
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There can be no delay.

Patients are waiting.

Novartis Canada is committed to improving the health
of those affected by rare diseases.

We discover and develop medicines that make a real
difference by bringing the right treatment to the right
patient, based on patient need, not population size.
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RECEIVING TREATMENT
Young girl, Maya, with MPS 1,
receives treatment at home
with brother Owen.
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You have a child with chronic, often severe, symptoms that
your family physician can’t explain. Can youimagine seeing six or
more specialists over a period of three to 11 years just to get a diagnosis?

hat’s what we heard
from one-third of
the 550 respondents
to the first survey
of Canadians liv-
ing with rare dis-
eases. The Canadian
Organization of Rare Disorders con-
ducted the survey between January
and March of 2015. Moreover, one-
third received more than three mis-
diagnoses, with one-tenth getting
more than five wrong diagnoses.

The need for a comprehensive
national plan

According to Durhane Wong-Rieger,
President & CEQ, “CORD did the sur-
vey because we knew Canadians with
rare diseases were struggling with
everything from getting a diagno-
sis to finding a specialist to access-
ing treatment,butwehad no data.The
French did a survey about 10 years ago,
the Australians three years ago, and
the Brits just last year, all underscor-
ing the need for a comprehensive na-
tional plan for rare diseases. We were
planning to present a ‘Canadian Strat-
ezy for Rare Diseases’ on Rare Disease
Day this year, and we felt Canadian
data would help make the case.

As challenging as it was to get an
accurate diagnosis, the participants’
experience of the information and
supportt received at the time of diag-
nosis (and afterwards) is best de-
scribed as “woefully inadequate” for
morte than half of the respondents.
Nearly half did not get the right
amount of information and only half
felt they understood the information
provided by the doctor. Most lack-
ing was a follow-up, with more than

two-thirdsreporting they were given
no individual or contact number for
follow-up,nor were they referred to a
patient organization.

Fighting for access

An overwhelming majority (four-
fifths) of participants felt GPs were
not informed about rare diseases, and
morte than halfsaid neither the pedia-
tricians nor the specialists were in-
formed. Morte than two-thirds of the
English participants and 50 percent
of the French respondents felt that
educational services were not aware
of rare diseases, and similar percep-
tions were offered about places of em-

ments, and the same number said
they were not able to access “non-
drug” treatments.

Provincial disparities

The survey also confirmed that pa-
tients and families incur significant
personal costs in dealing with their
tare disease. Those living outside of
Quebec (English respondents) had
more personal expenses than did
those in Quebec. On average, non-
Quebeckers paid almost $3,000 “out-
of-pocket” for health services such
as testing and physiotherapy, while
Quebeckers paid less than $2,500 an-
nually. In terms of drug costs, those

“There is a lack of an infrastructure for
dealing with rare diseases as a public
health issue, which stems from the lack
of awareness among health professionals
and the community at large.”

ployment and disability services. “Be-
cause these services are not aware of
tare diseases,our children (we) donot
get thesame support ot consideration
as those with more well-known con-
ditions like cancer, heart disease, and
diabetes.”

There are few rare disease clinics
and even fewer with comprehensive
care services. Not surprisingly, then,
more than half feel they do not get
access to specialists or clinics and
there islittle coordination of care.

About one-third said they could
not access appropriate drug treat-

in Quebec (French respondents) paid
nearly $1,000 a year less than those
in the rest of Canada ($1300 as com-
pared to $2300). A similar differential
is experienced for support services,
average annual expenses of $1,430 for
Quebeckers and $2,510 for all others.
Finally, families outside of Quebec
pay about 60 percent more for all of
their other disease-telated items than
do Quebeclkers, average expenses of
$6,560 versus $3,814, Tespectively. Tak-
ing all categories into consideration,
the average non-Quebec rare disease
family is paying up to $14,400 every

year out-of-pocket and about $9,000
annually,in Quebec.

In summary, based on feedback
from the first ever direct survey of
Canadians affected by rare diseases,
most patients and families are not
getting timely access to diagno-
sis, health services and commun-
ity support services. There is a lack
of an infrastructure for dealing with
tare diseases as a public health issue,
which stems from the lack of aware-
ness among health professionals and
the community atlarge.

The burden of iliness

The costs to the healthcare system
may be even greater than fearted,
when families are consulting up to 20
healthcare professionals over a per-
iod of six or more years,just to get toa
diagnosis. Following that, there isno
coordinated care. Most patients feel
that they are on their own and con-
tinue to seek theright treatments and
supports, often without a contact per-
son for the information needed. True
burden of illness studies are needed
though specific studies in other coun-
tries have indicated that costs may be
seven to 16 times higher for a rare dis-
ease as compared to more common
ones,with correspondingly higher im-
pact on families.

Certainly, in the Canadian survey,
this latter appears to be substantiat-
ed,with families spending on average,
morte than $10,000 on disease-related
costs not covered by the public or pri-
vate health plans.

DURHANE WONG-RIEGER

aditorial@mediaplanst com
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WHAT IT’S LIKE

TO LIVE WITH

IN CANADA:

A brief summary of the
results from the first
ever survey of Canadian
patients and families
living with rare diseases

from 500+ participants
across Canada,
including Quebec,
conducted by CORD.

A RARE DISEASE

| N 40%

Less than
40%
Less than
40%

Less than

30%

have access
to a rare disease
specialist or clinic

have access
to drug
treatments

have access
to non-drug
treatments

INFORMATION AT DIAGNOSIS

ONLY

got the right
amount of
information
at diagnosis

ONLY
S50%

information provided

ACCESS TO TREATMENT AND SUPPORT

GETTING TO DIAGNOSIS

Median time
to diagnosis:
3 to 6 years

Median number
of specialists
consulted:
3tob

Median number
of “wrong”
diagnosis:

understood the

by the healthcare
professional

Tto2 .

ONLY
50%

21%

over 6 years

10% 5%

over 11 over 20
specialists specialists

40%:15%

more than 3 ' more than 5
misdiagnoses , misdiagnoses

know where
to get the
information
needed

SOURCE: CORD PATIENT SURVEY 2015
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INDUSTRY PERSPECTIVE

Hemophilia: 50 years of progress

Advancements in the care and treatment of inherited bleeding disorders from the early 50's to present.

l:‘

Early

hos

1950’s to mid 1960°s
i _

Mid 1970’s to late 1 980"

JrHIome care

1 1965, Dr. Judith Pool of Stanford

University discovered that the

sludge on the surface of human
plasma after centrifugation was rich
in factor VIII, the protein missing in
the blood of people with hemophilia
A. Skimmed off and transfused, it
proved far more effective in stopping
bleeding than wholeblood or plasma,
and revolutionized treatment.

People with hemophilia A, and
its rarer cousin hemophilia B (a de-
ficiency in factor IX), suffer from
internal bleeding, mainly into
joints and muscles, and occasion-
ally into vital organs, which can
be fatal. Before Dr. Pool's break-
through,life expectancy for people
with hemophilia was less than 20
years, and their lives were full of
the excruciating pain of internal
bleeding. Repeated hemorrhages
into knees, ankles and elbows led
to severe crippling.

. -
1990’s to present -
S

elfinfusion

k

“Today, 50 years after the discovery of
cryoprecipitate, more advances are on
the horizon. Extended half-life factor

concentrates are being introduced in Canada’

¥

Improving quality of life

The discovery of cryoprecipitate
quickly led to a further advance,
the development of plasma-de-
tived factor VIII and IX clotting fac-
tor concentrates, lyophilized pow-
ders that could be tefrigerated for
long periods, reconstituted and in-
fused intravenously by the patient
himself at home or anywhere in
the world. In the 1570's, a network
of 25 hemophilia treatment centres
sprang up across Canada to support
people with hemophilia, based on
the concepts of interdisciplinary
care and home infusion.This meant
freedom from hospital admissions

and emergency room visits, and
morenormal lives!

It seemed too good to be true..

and it was. Factor concentrates
were made from the pooled plas-
ma donations of tens of thousands
of donors; no technology existed to
eliminate viruses from the prod-
ucts. They transmitted hepatitis C
and often, HIV. It was a huge public
health tragedy.

Prioritizing safety

Massive efforts were made to make
these concentrates safe. In the mid
and late-1580's, very effective viral re-
duction methods were introduced to

treat blood products. There has not
been asinglecase of HIV or hepatitis C
transmission with hemophilia prod-
uctsin Canada since 1988.Thenin the
early 1950’s, came the introduction
of recombinant factor concentrates,
in which the human gene to produce
factor VIII or IX is placed in animal
cellsand grown without the use of hu-
man blood. Prophylaxis, the regular
infusion of factor VIII or IX to prevent
bleeding, gradually replaced the older
approach of infusing after the bleed-
ing—and the damage—had occurred.
Today, 50 years after the discovery
of cryoprecipitate, more advances are
on the horizon.Extended half-life fac-
tor concentrates arebeing introduced
in Canada.These offer the promise of
less frequent infusions, more effect-
ive prevention of bleeding and higher
quality of life. Gene therapyfor hemo-
philia B is in early clinical trials and,
if proven safe and effective, would

mean an end to the one to seven weelk-
ly intravenous infusions currently re-
quired to treat hemophilia effectively.

A hopeful future
There temain important challenges
The immune systems of a small but
significant percentage of people with
hemophilia reject factor concentrates
This inhibitor rapidly destroys the fac-
tor VIII or IX as soon as it is infused
Therapy is much less effective. While
modern treatments are freely available
to people in countries like Canada, this
is sadly not the case worldwide, where
three-quarters of people with hemo-
philia receive little or no careatall.
Given the progress of the last 50
years, however, there is every reason
tobe hopeful.
DAVID PAGE,
NATIONAL EXECUTIVE DIRECTOR,
CANADIAN HEMOPHILIA SOCIETY

aditorial@mediaplanst com
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INSIGHT

New approaches to hemo-
philia A treatment are giving
renewed hope to sufferers
of the condition who have
inhibitors to the standard
treatment, factor VIII {(FVIII)
or those at high risk of devel-
oping inhibitors.

Hemophilia is a rare, genetic lifelong
condition in which a patient’s blood
lacks the required blood-clotting fac-
tors and, therefore, cannot clot nor-
mally. Whereas, after a receiving a cut
or injury, a regular person will stop
bleeding relatively quickly, some-
body with hemophilia will bleed for
a much longer period of time. This
can make any small injury potential-
ly hazardous, and can become a major
health issue if a hemophilia patient
experiences internal bleeding and
cause long term damage.

Significant complication

In most cases, hemophilia A patients
can be treated with replacement in-
fusions of FVIII, the clotting factor
that hemophilia A patients lack. This

factor can either be derived from puri-
fied human plasma or made using
recombinant technology. However,
some hemophilia A patients develop
antibodies (inhibitors) that reduce
the clotting action of the FVIII prod-
uct and makeits infusions either less
effective or completely ineffective.
Sometimes very high doses of FVIIL
concentrate are administered to try to
override the antibody to FVIII that the
body has made.

“From the medical point of view,
inhibitors to FVIII are the most sig-
nificant complication arising from
the treatment in patients with
hemophilia,” says Dr.Anthony Chan,
Professor, Pediatrics, Director of the
Hemophilia Program at McMaster
Children’s Hospital. “If a patient is
bleeding into ajoint, long term joint
damage can be caused. Patients can
also have life threatening bleeding.”

Wide scale impacts of

FVIll inhibitors

As well as the medical impacts, pa-
tients with inhibitors to FVIII can
often find that every aspect of their

“The way that he’s
able to live his life
really speaks to
the quality of the
treatment.”

life is affected by not having access
to effective blood clotting medica-
tion. “It can cause concern in all daily
activities because there is no way to
plan for bleeding, it's spontaneous,”
says Professor Chan.“It can also cause
problems for a patient who plans to
travel for wotk, or children participat-
ing in their daily activities, but will
have worries about bleeding while
they'te away from their own treat-
ment centre, where the doctors know
them very well.”

Inhibitors to FVIII also increase
the strain and create practical prob-
lems for the parents or caregivers
of hemophilia patients. There is a
wider societal impact too, as signifi-

cantly more medical resources are
tequired to treat a patient with in-
hibitors to FVIII compared with a
tegular hemophilia patient. “Com-
pared with hemophilia patients
without inhibitor, physicians and
the multidisciplinary team spend a
lot morte of their time dealing with
patients with inhibitors, devising
strategy and monitoring them a lot
more closely,” says Professor Chan.

A story of hope

Although life for patients with in-
hibitors to FVIII can be more com-
plicated, the story of Nathan, who
was diagnosed with severe hemo-
philia A at birth, can give fresh hope
to others affected.

Just five weeks after Nathan’s
birth, his brother, Benjamin - who
also has hemophilia A, developed
an inhibitor after being treated
with recombinant factor VIII for a
severe tongue bleed. After an inser-
tion of a device allowing frequent
injections, Benjamin started a high
dose factor VIII therapy to try to
override the antibody to factor VIII

NEW APPROACH GIVES

NEW POSSIBILITIES

Nathan {left}, who has severe
hemophilia A, enjoys many activities
and lives life just like other children
with a few adjustments.

PHOTO: SUBMITTED

and responded well, he’snow inhib-
itor free.

Yet, the family’s hemophilia
team was understandably con-
cerned that Nathan might too be
susceptible to the development
of an inhibitor, and therefore sug-
gested that Nathan try an alterna-
tive type of factor that’s produced
from the plasma of human donors.

“We now treat Nathan prophyl-
actically every other day with the
plasma based factor, and since
starting this treatment regime he
has not had a bleed in over four
years,” said Nathan's parents, Vic-
toria and Darryl.

Just like other kids, Nathan and
Benjamin are able to enjoy the activ-
ities that make childhood a magic-
al time. “For the most part, Nathan
isable to live like any other six-year-
old,” says Darryl. “The way that he's
able to live his life really speaks to
the quality of the treatment.”

In addition to ways to better man-
ageinhibitors,research is also being
conducted on ways to reduce inhib-
itor development. Anew recombin-
ant manufacturing technology has
recently allowed development of a
FVIII treatment that closely resem-
bles the type of factor VIII produced
in healthy humans, but without any
exposure to human blood and with-
out modifications to alter the way
thebody treatsit.

JOE ROSENGARTEN

aditorial@mediaplanst com

n September of 2008 I got out of the
pool after a swim, took off my goz-
gles and suddenly couldn’t see any-
thing in front of me. Everything was
dark. I was twenty-eight years-old, a
new MBA graduate and recently mar-
ried. I waited five hours in a major
Toronto Emergency Room,only to be
sent home with a migraine diagnosis.
The next day the migraine was still
there and myvision was fluctuating—
but my family doctor’s office told me
there was nothing to worry about.My
mom knew something wasn’t right
and sought a third opinion. Routine
bloodwork revealed dangerousanom-
alies that resulted in an emergency
referral to another hospital,and final-
ly a diagnosis of Thrombotic Throm-
bocytopenic Purpura (TTP).

TTP is a rare blood disorder that is
difficult to diagnose,butis considered
a true medical emergency. TTP is es-
timated to affect 3 in 1 million people

MPROVING

per year—mostly young women like
me. It causes blood clots that can
damage organs such as the brain,
heart, kidneys. If not properly diag-
nosed and treated, mortalityisas high
as95percent.

Improving treatment
My treatment included daily replace-
ment of my blood plasma (a compon-
ent of blood), with that from healthy
individuals using a process called
plasmapheresis. When Iwas hooked
up to the plasmapheresis machine,
I felt like my whole body was hum-
ming. Reactions to the donor plas-
ma are common and I was no excep-
tion; I'was quickly treated with intra-
venous antihistamines to mitigate
the chance of a full-blown anaphyl-
axisTeaction.

About 60 percent of TTP patients
will go through this treatment pro-
cess once and never experience a Te-

HE PROGNOSIS

lapse. For others, like me, TTP con-
tinues to reoccur. I have had six

telapses and 68 plasmapheresis treat-
ments 50 far. Over the past six years,
my treatment has improved; my hos-
pital has obtained updated equipment
and I have qualified to receive an al-
ternativedonor plasmaproduct called
‘Solvent Detergent Plasma’. Compared

to fresh frozen plasma, this product
hasbeen processed to remove certain
blood born viruses and allergic reac-
tion debris. It is frustrating to me that
not all patients across Canada have ac-
cess to this safer blood product.
Battling any diseaseis challenging;
having a rare disease adds the ele-
ment of feeling alone at times. I am

P PA

IENTS

AWALKIN HER SHOES

Every year, Sydney walks with
her team to raise awareness
and funds for TTP.

PHOTO: ANSWERING TT.P FOUNDATION

thanlkful to have the constant sup-
port of my husband, family and close
friends, many of whom have volun-
teered their time to help me establish
the Answering T.T.P Foundation.This
charity is the best thing that's come
out of my TTP journey.Like most rate
disease charities, skilled volunteers
are our most precious resource. It is
tough to find those willing to join us
in the pursuit of improving the prog-
nosis for all those affected by TTP.

SYDNEY KODATSKY,
TTP PATIENT, EXECUTIVE DIRECTOR,
ANSWERING T.T.P FOUNDATION

aditorial@mediaplanst com
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INSPIRATION

Mississauga parents rally around son,
fighting for rare disease community

Keegan and Tanya John-

son knew something wasn’t
right with their newborn son.
Dante could barely move and
he never cried. He had little
to no suck reflex. When tests
revealed he had a rare gen-
etic disorder called Prader-
Willi Syndrome {(PWS), they
were distraught.

But the Mississauga couple decided
to take action.They educated them-
selves about PWS and soonrteached
out to people who, like them, faced
the challenge of raising a child
with cognitive disabilities, prob-
lem behaviour and a chronic feel-
ing of hunger.

When Dante was just afew months
old, they organized ‘One Small Step’,
a walk that raised money for PWS re-
search. Now, ten years later, there are
75 such walks wotldwide. Combined,
they have raised more than $5million
forPW8tesearch.

In the past two years, the couple’s
focus hasbroadened to include other
tare disorders— generally defined as
those that affect fewer than five in
10,000 people — and they are active
within this larger community.

“When we attended an event put
onby arare disease patient advocacy
organizationin the U.8.,wemet fam-
ilies whose children had fatal dis-

THE JOHNSON FAMILY

The Johnson family {top) and Dante
{bottom)} empower people to makea
difference in their own communities.
PHOTOS: SUBMITTED

eases. It was heartrending,” Tanya
says, noting that 30 percent of chil-
dren with rare diseases diebefore the
age of five.The couple later attended
a Canadian Organization for Rare
Disorders (CORD) conference and
were inspired by individuals who are
“pushing the [rare disease] commun-
ity forward.”

It occurred to the Johnsons that
the people active in these various
communities — from Cystic Fibro-
sis to Tay Sachs Disease and Pro-
geria — could accomplish a lot by
working together.

The couple organized ‘Give Rare’,a
web-based event in which non-prof-
it organizations for tare diseases
competed against each other in
fundraising. The event, which was
held afew weeks ago,focused on U.8.
organizations. It will come to Can-
ada next year.

Parents send message about
facing challenges

In all their endeavours, Keegan and
Tanya are driven by deep love for
Dante. Now 10 years old, he is like
most boys his age in some respects.
He is a happy kkid who is passionate
about sports. He is so caught up in
‘March Madness’, the annual NCAA
college basketball tournament, he
joined apool.

But Dante has a difficult time
managing his emotions — even a
change in snack time can trigger
a meltdown — and he has trouble
learning. A special education teach-
er sits in on his classes.

One of the most troubling symp-
toms of PWS is an insatiable appe-

tite. Without proper treatment, food
becomes the central focus in the
lives of people with the disorder and
they often suffer from obesity.Fridge
doots have to be locked and, in the
case of adults, front doors do too —
to prevent them from seeking food
elsewhere.Some adults with PWSare
forced tolivein group homes.

To keep his appetite in check,
Dante follows a modified ketogenic
diet.He also takes growth hormones
toincrease his lean body mass. It was
developed as a treatment for PWS
less than 20 years ago.

The more advancements that are
made in research and treatment, the
more normal a life Dante and others
like him can lead. That is the main
teason Keegan and Tanya are work-
ing to heighten awareness of rare
diseases, raise money for research
and get government bodies onboard
with promising treatments. There is
another motivation, too. “Both our
kids are going to face challenges in
their lives,” says Keegan, referring
to Dante and his younger brother,
Denzel. “We want to send them the
message that when you have a prob-
lem,you go outand fixit.”

The Johnsons are doing all they
can to tackle the problem of rare
disease and they are hoping others
will help.

“If you approached someone who
has a family member suffering from
a tare disease and asked him if he
would contribute $500 to get some
answers, the teply would be ‘Yes,”
Keegan explains. “If the 30 million
Americans affected by rare disease
through their families and friends
each gave $500 that would raise $15
billion.The equivalent figure in Can-
adawould be $1.5billion.”

Where thereis awill, there is a way.

RANDI DRUZIN

editorial@mediaplanst com

Giving a voice to Canadians affected by pituitary tumours

national support network is
A playing a key role in improv-

ing the lives of Canadians af-
fected by pituitary tumours.

The pituitary is a hormone-produ-
cing gland thatislocated at thebase of
slcull. It has control over some crucial
brain functions, including growth
and maturity, fertility and sexual
function, water balance, energy bal-
ance and response to stress.

Pituitary tumours are mostly be-
nign and are separated into two cat-
egories: non-functioning tumours,
which do not produce any hormones,
and functioning tumours, which pro-
duce one or more pituitary hormones.

Acromegaly and Cushing’s

“The two most common conditions
caused by functioning pituitary tu-
mours are acromegaly and Cush-

ing’s,” explains Durhane Wong-

Rieger, President and CEO of the Can-
adian Organization for Rare Disorders
(CORD). “They are highly varied in
terms of symptoms, but particularly
challenging in that both conditions
are changesin physical appearance.”

Acromegaly occurs when the pi-
tuitary gland produces too much
growth hormone. Common symp-
toms include excess growth of the
hands and feet, changes in facial ap-
pearance including thickened lips
and nose, a thickening of the scalp,
and the jaw becoming more promin-
ent. If possible, the preferred treat-
ment option is surgery to remove the
tumour. If it’s not possible to remove
the entire tumour, there are medica-
tions that may beused to reduce the
amount of growth hormones toa not-
mal level.

Cushing’s is caused by the produc-
tion of adrenocorticotropic hormone

(ACTH), and symptoms can include
weight gain, facial puffiness, dia-
betes,fatigue, highblood pressure and
muscle weakness.

Creating The Canadian
Pituitary Tumour Network
Symptoms associated with acromeg-
aly and Cushing’s often occur later
in life and without warning. Because
symptoms may develop slowly over
time, patients may have a long period
of “not feeling well” before they are
diagnosed, often when complications
havebecomesevere.Manypatientsre-
port feeling isolated and withdrawing
from social activities, partly because
of changes in physical appearance.

In certain parts of the country,
patient support groups have been
formed to provide information, emo-

tional support and coping strategies.

“Support groups play a tremendous-

ly important tole,” Wong-Rieger says.

“Simply by being with others who
share what you are going through is
Teassuring. As importantly, you have
tole models living with pituitary tu-
mours who demonstrate acceptance,
hope, and inspiration.”

Inspired by the support groups, the
Canadian Organization for Rare Dis-
orders (CORD) has helped launch a
Canadian Pituitary Tumour Networtk,
which aims tobring together all those
affected by pituitary tumours.

“As well as providing support for
patients, we want to raise awareness
among the public and the profes-
sionals, to encourage those affected
to reach out and spealk up and to pro-
mote development of diagnostic and
treatment guidelines,so that patients
are more readily diagnosed and have
access to a network of informed prac-
titioners,” Wong-Rieger says.

Improving patients’ access to ef-
fective treatments is another im-
portant role that the national net-
wortk will play. “Because there are
so few therapies specific to acro-
megaly and Cushing’s, many cur-
tent therapies are prescribed “off-
label” and even those that are ap-
proved specifically for Cushing’s or
acromegaly are often not available
universally,” says Wong-Rieger. “In
some cases, even private drug plans
won't cover these medications. The
Canadian Pituitary Tumour Net-
work will help to ensure that there
are good standards and guidelines
for access to these therapies.”

JOE ROSENGARTEN

editorial@mediaplanst com
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Getting the
conversation started:

L et’s raise awareness on tuberous
sclerosis complex (TSC)

aising public awareness of

9 tuberous sclerosis complex
(TSC) could play a major rolein
improving the prognosis of those af-
fected by the disease and relieving the

strain experienced by family members
and caregivers.

Neurological disorder
Affecting approximately 3,500 Can-
adians, TSC is a neurological, genetic
disorder that causes tumours and le-
sions to develop in multiple organ sys-
tems, including the brain, heart, kid-
neys, skin, eyes and lungs. In one third
of cases, TSCisinherited from a parent,
but,in the other two thirds, the disease
issporadic,occurring in afamily’sgen-
etics for the first ime.
“Manifestations vary widely, from
mild to catastrophic,” says CathyEvan-
ochlko,whose daughter, Kimberly, was
diagnosed with TSC aged 13 months.
“Serious complications include epi-
lepsy, kidney failure, heart arrthyth-
mia, lung failure, cognitive disability
andfacial disfiguration ;symptomsde-
velop over the course of a lifetime.”

Creating a support network
Cathy is a Co-Chair of Tuberous
Sclerosis Canada ScléroseTubéreuse
(TSCST); a patient organization
which aims to support families af-
fected and share knowledge and

make sure that Canadian families
are in a position to take advantage
of the best possible new treatments,
which, at the moment, are coming
along very quickly,” Cathy explains.

“Doctors have to be working together; we
can’t just have a neurologist working in
one hospital and a nephrologist working
in another. This approach is key to suc-
cessful treatment of TSC.”

understanding about diagnosis,
management of the condition, and
treatment options. When Kim-
berly was first diagnosed, all that
Cathy had to tefer to was a hospi-
tal pamphlet. Cathy wants more
for families affected nowadays, she
wants everybody to have easy access
to all of the relevant information
and guidance.

“As an organization, we want to

A multi-disciplinary approach

New multi-disciplinary programs
and clinics are specifically tailoring
care for patients with TSC. “The mod-
el has come out of collaborations with
our TSC international partners,” says
Cathy. “With a disease like this, doc-
tors have to be working together; we
can’t just have a neurologist working
in one hospital and a nephrologist
wortling in another. This approach is

key to successful treatment of TSC”

The introduction of the inter-
national ‘Consensus Guidelines for
Diagnosis and Treatment of TSC’
has been vital in ensuring that in-
dividuals living with the condition
Teceive consistent care, regardless
of where they live or what hospital
that they attend.

“Better understanding of TSC s key
tounlocking cures and treatments for

BERLY EVANOCHKO
Kimberly was diagnosed wi
at thirteen m

many conditions,” says Cathy. “The
life journey of patients and families
is still not easy,but with research and
heightened awareness it is becoming
a road less rocky. As new treatments
become available, the journey be-
comes one of possibilities and hope.”

JOE ROSENGARTEN

aditorial@mediaplanst.com

Deahng with the sticker shock of a rare disease

tecent CORD survey found that
A the median time to havearare
disease diagnosedis three to six
years. If you are lucky enough to havea
treatment for your condition, you may
find yourself in sticker shock. Prescrip-
tion drugs for rare diseases can cost in
excess of hundreds of thousands of dol-
lars or moreper patient per year. In the
same survey, over 70 percent of the pa-
tients indicated they had to incur per-
sonal costs for their treatment.
“Whena patient gets diagnosed with
a rare or orphan disease they don't

understand all the hoops you have to
jump through to access these drugs,”
said Sandra Anderson,a VP of Consult-
ing and Business Development at In-
nomar Strategies which designs and
operates Patient Support Programs.

Patients cannot simply go to the
pharmacy to pick up a $100,000
drug, because they don't keep them
on the shelf.

End-to-end support
Pharmaceutical companies offer
‘Patient Support Programs’ that help

ACCESSING SUPPORT
Pharmaceutical companies offer
variocus resources to help patients
access and understand their
parsonalized treatment options.

patientsnavigate throughaccessing
coverage and reimbursement from
private insurers and public health
programs, and provide many dif-
ferent types of logistics and educa-
tion support along the way. ‘Patient
Support Programs’ help patients en-
sure that they can get on the need-
edmedication as quickly as possible.

When a patient, ot their child,
is prescribed a specialty drug fora
tare disease, their doctor will typ-
ically connect them to that drug’s
‘Patient Support Program’,starting
with a phone number, fax ot on-
line registration.

Financial guidance

When a drug costs hundreds of thou-
sand dollars yearly, even the deduct-
ible can be prohibitive. With the lack
of funding and intensive review pro-

cess for these drugs, patients cannot
always wait to get these drugs fund-
ed by the payers. The ‘Patient Sup-
port Program’ provider can help pa-
tients with the paperwork, authoriza-
tion forms and theback-and-forthbe-
tween insurers, public coverage and
their physicians. In many cases they
also seek financial assistance from
the manufacturer which can offset
the deductible that patients may be
tequired to pay.

If you move,change or lose your job,
‘Patient Support Programs’ can pave
the way with your new insurers, and
try to ensure you have ongoing and
uninterrupted access to your therapy,
for example, if you need to find a clin-
ic near your new home to administer
your treatment.

Nurse and dietician support

These programs can offer infusion or
injection services when required, and
also dietician and nurse support to
educate patients on how to follow the
tegimen of your therapy. They also
support patients with the difficulties
and challenges of living with a rare

disease. Every program is different,
customized to the drug,and the needs
of the patient and their families. The
programs also supportt the already es-
tablished support network of phys-
icians and clinics in the community
andact as apartner to the limited sup-
portinplacein the community.Thisis
critical given that only 40 percent of
the patients in the CORD survey felt
they received enough information at
theirinitial diagnosis.

Being diagnosed with a rare dis-
ease 1s often a shock in itself, and
navigating through the system and
facing the possibility of having to
payfor the onedrug that can help you
can be overwhelming. Pharmaceut-
ical manufacturers invest in ‘Patient
Support Programs’ to ensurepatients
can get access to the medications
quickly, affordably and are supported
with the right information to help
ease their journey.

KIMBERLEY FEHR

aditorial@mediaplanst com
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Canadians struggle to
gain access to life-saving drugs

Rare diseases, collectively,
affect millions of Canadians.
These diseases can affect
every system in the body
from the cardiovascular,

to the neurclogical, to the
autoimmune.

Some, like relapsing polychondritis,
affect only a few people per million;
others,like cystic fibrosis,affectmany
morte. Many of these diseases are life
threatening, and about half of them
target children and infants. And yet,
for those living with a rare disease in
Canada, getting prompt and afford-
able access to the treatments that can
save or improve their lives canbe a
serious challenge.

The fewer customers, the lar-
ger the price tag

Rare diseases are often called orphan
diseases because there is propor-

tionally less research committed to
their treatment or cure, leaving them
stranded. And when a pharmaceut-
ical company does develop a drug that
is effective for a disease that may on-
ly affect a hundred people, they must
charge much more perunit in order to
tecoup their investment.

For those Canadians with a rare
disease and no drug plan, this can be
devastating. And even for those who
do get reimbursement from their in-
surance provider,it can present some
serious financial problems. “Some
plans have co-pays that can be ex-
pressed as a percentage of the cost,”
explains Stephen Frank, VP Policy
Development and Health at the Can-
adian Life Health Insurance Associa-
tion. “But a small percentage of a very
large cost can still be very challenging
for people.”

Further, drugs for rare diseases (or
orphan drugs) are often more diffi-

cult and expensive to get approved
and bring to market than other drugs,
in part due to having fewer poten-
tial subjects for clinical trials. This is
an area where Canada's track record
hasbeen poor in the past. In fact,only
60 percent of treatments for rare dis-
orders are ever approved in Canada,
often years after they havebeen avail-
ablein the United States and Europe.

A new framework for orphan
drugs in Canada

Fortunately, things are changing.
Canada is introducing a new regula-
tory pathway for orphan drugs that
will provide an iterative approval
process to allow companies to bring
treatments for rare diseases to mar-
ket while continuing to collect clinic-
al evidence.“We're coming into anew
world here with how orphan drugs
are being brought to market in Can-
ada,” says Frank, “but that’s only one

TOP-TIER HEALTHCARE FOR ALL
Canada is introducing a new
regulatory pathway for orphan drug s.

piece of providing access. The other
piece is how people are going to be
able topayfor them,and thats stillan
evolving question both for public and
private plans.”

In the private sector, insurance
companies have been banding
together to create a pooling plan for
extremely expensive rare disease
treatments, in which all drug insur-
ance carriers share the cost of when-
ever a customer needs the treatment.
“Thebigger the pool of people sharing
the cost, the more sustainable these
things are,” says Frank. “Ultimately,
though,in Canadawe’re going tohave
to get the public and private sector
worling together to find ways to ad-
dress the cost and provide access.”

And, by that definition, Canadians
living with rare diseases are better in-
sured than everbefore.But the workis
far from over. For the millions of Can-
adians in need of better access to,and
reimbursement for, orphan drugs, we
must continue to reinvest in the ideal
of Canada’s great health care system:
top-tier health care for every Canadian.

And that’s ajob for all of us.“I don’t
think the private sector ot the govern-
mentwill be able to solve this problem
on their own,” says Frank. “We’re go-
ing to have toworl together.”

D.F. MCCOURT

aditorial@mediaplanst.com

CANADIAN SCIENCE BRIDGES OPPORTUNITY TO
REALITY FOR TREATMENT OF RARE DISEASES

n Tecent years, great strides in te-

search have been achieved in the

field of rare diseases in Canada and
internationally. In particular, a num-
ber of Canadian biopharmaceutical
companies and institutional research-
ers have developed drugs for rare dis-
eases that are saving and improving
patients’ lives. Many others are at the
cutting edge of genetics research and
personalized medicine, and are bring-
ing forward the promise of life-saving
medicines for Canadians impacted by
tare disorders with no current ther-
apies for their condition.

Many primary innovators and de-
velopers of biologic medicines used
in treating rare diseases are worl-
ing together to ensure creation of a
tegulatory pathway for rare disease
medicines. With dozens of small
and larger companies focusing re-
search on debilitating rare diseases,

Canada will join the community of
global leaders seeking to improve
the lives of patients.

Biotechnology offers hope
Orphan drugs are used in the treat-
ment of rare disorders. These rare
diseases affect less than 1 in 2000
people in Canada and are often se-
vere, life threatening, and progres-
sively debilitating genetic diseases.
Biotechnology companies across
Canada are developing medicines
with theability to offer hope to Can-
adian patients living with rare dis-
orders. Canadian researchers and
innovators are encouraged by the
recent announcement to create ac-
cessibility for these medicines.
Patients living with a rare disease
overcome hurdles every day. Import-
ant tesearch in developing treat-
ments for rare diseases is being done

here in Canada, in company labora-
tories and throughout the research
community. The ability to bring
those treatments to patients in Can-
adais an objective shared by the gov-
ernment and industry.

with the intent to create a path-
way for orphan medicines Canadian
patients will now be on equal foot-
ing with other G20 countries. The in-
itiative announced will help Canada
to compete in attracting investment
to murture products into the market-
place, and see new solutions for un-
met medical needs developed in Can-
ada. The industry is encouraged by
this initiative and looks forward to
wortling with the Government to de-
velop the final policy framework.

The time is now
There are numerous Canadian com-
panies who have received orphan

product designations for their prod-
ucts in various international juris-
dictions. These Canadian solutions
are offering hope to patients global-
ly. wWith the initiative to create a
tegulatory pathway for rare disease
medicines in Canada we are well on
our way to offering the same solu-
tionshereathome.The U.8.Congress
passed the Orphan Drug Act of 1983 to
stimulate the development of medi-
cines for rare diseases. Japan intro-
duced similar legislation in 1953, Aus-
tralia in 1998 and the EU in 2000.

It is time for Canada to recognize
the opportunity to address the gapin
care for patients withrare diseases.

CATE MCCREADY
VICE PRESIDENT, EXTERNAL AFFAIRS
BIOTECANADA

aditorial@mediaplanst com

PERSONAL EXPENSES RELATED TO RARE DISEASE

(ON AVERAGE, EXCLUDING QUEBEC)

Personal expenses are disease related costs not covered by public or private health plans

Average personal health services cost:

$3,000

Outside Quebec =

Personal costs
are about

0%

more for
non-Quebeckers
than for Quebeckers

0%

incur personal costs

related to rare disease

$14,400, Quebec =

Average personal prescription drug costs:

$2,300

Average drug costs OTC:

. $800

i

Average support services costs:

$2,500

Average other costs:

% $6,500

Average total personal costs:

$9,000

SOURCE: CORD Patient Surwy 2015
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SPOTLIGHT

Isabel Jordan
BOARD OF
DIRECTORS,
RARE DISEASE
FOUNDATION

The “rare” intersection
between online and
offline networks

February 28th marked ‘Inter-
national Rare Disease Day’ - an
opportunity to bring greater
awareness within and outside
the rate disease community.

Several years ago some very
smart people realized that while
individual rare disease commun-
ities may be small, collectively
the rare disease community is
actually very large. Up to 1 in 12
people will have a rare disease in
their lifetime, and the people fa-
cing a rare disease share a com-
mon journey with common ob-
stacles, regardless of their specif-
ic disease. ‘Rare Disease Day’ is a
chance to ignite the rare disease
community towork together and
achieve common goals as well as
to increase the strength of our
voice to those who wield power
and make decisions.

A community effort

This year’s ‘Rare Disease Day’
theme, ‘Day-by-day, Hand-in-
hand’ started me thinking about
how my offline and online world
has influenced my experience as
a parent of a child with a rare dis-
ease.My son,at 13,is undiagnosed.
When we started his diagnostic
journey we had no peers to turn to
for answers or guidance. Creating
OuT own Tare community let me
share experiences, find common
goals, strategies and a voice for ad-
vocacy that gave meaning to our
family’s struggles.

Eventually our journey crossed
into my social media world as it
became more than just a place
to share my kids’ photos and
lunch ideas. My network started
to grow, 2iving me access to new
perspectives and ideas. My “rare”
social media community wasbe-
coming asimportant to me as my
in person community, but in a
different way. I became interest-
ed in how my online and offline
communities might comple-
ment one another.

Making connections

How have my online networks
changed my lived experience with
tare disease? As a parent of a child
with arare disease I'm constantly
looking for patterns, clues or ideas
of what could be next in our diag-
nostic journey. I read postings by
tesearchers, doctors and other par-
ents. Could what they are saying
have relevance to us? Can their
approaches worlk for us?

In fact it was through reading
someone else’s blog that I began
toseeapatternin myson’s symp-
toms. Connecting the dots from
someone else’s story has allowed
me to provide valuable clues to
our own clinical team, and now
we're heading down a new diag-
nostic path. Would I have seen
them anyway? I don’t know, but
I credit my social media connec-
tions for helping me keep my
eyes open for new ideas.

The rare disease community
depends on social media. Statis-
tically, we are spread thin across
individual disease type. But
together we can talk, connect,
crowdsource ideas, and strat-
egies.ButIalso think we can doit
better.The question is, how?

Uniting across platforms

The answers may lie in finding
theintersectionsbetween our on-
line and offline networks. Lessons
learned in my online networks
have certainly informed my on-
line connections and vice-versa.
Can our organizations learn from
this as well? Online, we are all
equals and offline it can be easier
to find empathy. These lessons of
conmection can bring us together.

Aversion of this picce was first posted on
arhealthcommumications.wordpress.com

ISABEL JORDAN

aditorial@mediaplanst com
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STRONGER TOGETHER

Simon Ibell and long time friend, Steve
Mash, work together to fight for funding for
the weekly enzyme replacement therapy for
MPS Il (Hunter syndrome] in Ontario.

PHOTO: CAMEROM GILBERT

ine times in his life, Simon
I\I Ibell was told he wouldn't
live to see the next year.

The first was when he was nearly
two years old. His mother, Marie Ibell,
had noticed his gait was off. At first,
the pediatricians sent them home.
They went on a global odyssey for a
diagnosis and got one: Hunter disease
or mucopolysaccharidosis IT (MPS IT},
an ultra-rare genetic condition.

“They told my mom I wouldn’t
live to see the next year...that was
in 1579 and now we're here in 2015,”
says Ibell.

A rare disease advocate

Atage 37, Ibell is arenowned spealk-
er, visionary and advocate for his
own disease, and the rare diseases
of others. In 2010, he founded the
iBellieve Foundation, which strives
to find a cure for MPS II and 50 te-
lated disorders.

“My disease has never defimed me,”
he says. In 2002, he graduated from
the University of Victoria with a de-
gree in Sports Administration. When
hewas 24, he cycled 500 kilometres on
Vancouver Island, raising $250,000 for

Victoria life to take partin a clin-
ical trial at the University of North
Carolina Medical Center. He moved
to Toronto so0 he could commute to
North Carolina. That treatment ul-
timately stabilized his condition.

“They told my mom I wouldn’t live
to see the next year...that was in
1979 and now we’re here in 2015.”

MPStesearchin just ten days.

“I just got on with it,” he says.
“My attitude was very determined.
Thisiswhat I have to deal with,and
I just got on with it. It served me
really well.”

In 2003, he jumped at the oppor-
tunity of a lifetime, uprooting his

Recycling at a cellular level
Ibell explains his disease like this: “If
you didn’t have a way to recycle or get
1id of your garbage in your kitchen
that what'’s happening in every sys-
tem of an MPS Il patient’sbody.”
There are 11 different types of MPS,
says Jamie Myrtah, the Executive Dir-

ector of the Canadian MPS Society,but
all of them lack the enzymes neces-
sary fornormal cell recycling and deg-
tadation, causing substances to build
upincells throughout the body.

She advises parents to watch for
a “clustering of odd symptoms” in
their child such as corneal cloud-
ing,frequent ear, nose and throat in-
fections, joint stiffness, cardiac ab-
normalities and airway obstruc-
tions. Bone deformities and delayed
growth are also common.

MPS patients face barriers where
their prohibitively expensive treat-
mentisnotfundedby the government
or insurance providers,shesays.

“But there’s a lot of courage and
hope out there. It's amazing to see
what has happened over the last 10
years.The science is there, the technol-
ogyis there now to really cure diseases
like this,and these children grow upto

live normal productivelives,” shesays.

The rare dare

For Tbell, advances in treatment en-
abled him to continue tomake a dif-
ference in the lives of others.

In February, his organization
launched the ‘Dare 2 Be Rare’ so-
cial media campaign,which encour-
ages people to invite friends to take
a “rare dare” and to raise or donate
money if their friend does the dare
The campaign is raising funds for
tare disease organizations, includ-
ing his own, and highlighting the
issues around rare diseases.

“The ironic thing with rare dis-
eases is that individually they're
tare. Collectively, they'te not rare at
all,” he says.

KIMBERLEY FEHR

aditorial@mediaplanst com
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