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1. Introduction

When it comes to rare diseases, plan spon-
sors need to strike the appropriate balance 
between the urgency to respond to plan 
members’ healthcare needs with the uncer-
tainty, financial impact, affordability and plan 

sustainability related to reimbursing drugs 
for rare diseases. 

This guide will help plan sponsors under-
stand rare diseases and how they can impact 
plan members who live with them or who 

are caregivers to family members. It will 
also examine the challenges patients face in 
getting an accurate diagnosis and accessing 
appropriate treatment.

2. Rare diseases overview

a. What are rare diseases?

Rare diseases affect small numbers of people, 
and although there is no formally accepted 
definition, the Canadian Organization for Rare 
Disorders (CORD) defines a rare disease as one 
that affects fewer than one in 2,000 people.1

Rare diseases are sometimes referred to as 
orphan diseases because there are often no 
treatments. They are frequently neglected by 
drug companies because there is insufficient 
incentive to develop drugs to treat them due 
to the risks and costs of bringing them to 
market for limited patient populations.

Although the occurrence of each disease is 
low, rare diseases are common in aggregate. 
Approximately 7,000 rare diseases have 

been identified2 and approximately 30 new 
ones are identified each year.3 In fact, rare 
diseases impact more people than AIDS and 
cancer combined.4

Approximately 85%–90% of rare diseases 
are considered serious or life-threatening.5 It 
is estimated that 80% of rare diseases have a 
genetic basis6 and 85% are inherited.7

b. Impact on Children

Unlike most illnesses, rare diseases dispro-
portionately affect younger patients. Seventy 
percent of rare genetic diseases start in child-
hood8 and are degenerative and life-threaten-
ing in nature.9

One child of every 40 is born with an inher-
ited rare disease, and tragically half of those 
children will not reach adulthood.10 About half 
the people with rare diseases are children 
whose condition was recognized via prenatal 
screening at birth or shortly thereafter.11

Rare diseases are the cause of 35% of 
deaths in the first year of life,12 and many 
children with rare diseases die before their 
first birthday.13 Analysis indicates that 30% of 
children with a rare disease won’t live to see 
their fifth birthday and 25% of them will not 
live to see their tenth.14

c. Canadian Prevalence

About 1 in 12 Canadians, two-thirds of them 
children, are affected by a rare disease.15 
This represents 2%–3% of the Canadian 
population.16 Rare diseases are estimated to 
impact more than one million Canadians and 
their families.17
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Founder Effect
Certain regions in Canada may have a greater pene-
tration of rare diseases due to founder effect, which 
is a result of reduced genetic diversity due relatively 
few individuals in a self-contained population. This 
can lead to high prevalence of specific genetic 
conditions due to a specific mutation that was likely 
inherited from a single common ancestor.

Rare diseases affect fewer than one in 
2,000 people

Rare diseases disproportionately affect 
younger patients

About 1 in 12 Canadians are affected by 
a rare disease. They are estimated to 
impact more than one million Canadians 
and their families
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3. Living with a rare disease

a. Diagnostic Odyssey

For patients struggling with a rare disease, 
the challenge starts with getting a diagnosis; 
they may be misdiagnosed for years before 
they receive the correct diagnosis.

A Canadian survey18 of patients with a rare 
disease and their families reported that they 
consulted up to 20 healthcare professionals 
over a period of six or more years to get a 
diagnosis. They reported receiving, on aver-
age, two to three wrong diagnoses.

These diagnostic delays can have devastat-
ing effects because without answers, illnesses 
may progress and contribute to the mental 
and emotional toll on patients and their 
caregivers. An accurate diagnosis is the first 
step in managing a rare disease appropriately 
and identifying treatment needed for the best 
possible outcome.

Even once a patient receives an accurate 
diagnosis, the information and support 

received at the time is often considered 
inadequate.19

Despite receiving a diagnosis, many 
patients experience significant barriers to 
initiating treatment. Ninety-four percent of 
rare diseases do not have treatment options, 
and even when a medication is available, it 
may not be reimbursed, or the out-of-pocket 
patient copayment may be prohibitive.

Despite diagnostic advances, the unfortu-
nate reality is many rare diseases elude 
diagnosis, with one estimate suggesting that 
60% of patients may never get a diagnosis.20

b. Challenges Accessing Medical Care

For patients with a rare disease, finding a 
knowledgeable physician is challenging be-
cause each specific rare disease affects only 
a small number of individuals, and scientific 
understanding and clinical expertise may be 
limited and fragmented across the country 
or the world. If they are fortunate enough 
to find a specialist, they may be located at a 
great distance.

c. Impact on Caregivers

With such a sizable portion of rare diseases 
affecting children, the years it takes to get 
a diagnosis, and the challenge of finding 

specialists and accessing treatments, family 
caregivers often provide the bulk of care and 
support for people with a rare disease.

According to a Canadian survey21 of 
caregivers for people with a rare disease, 68% 
said their caregiving role negatively impacted 
their work performance, and 70% felt it put 
a strain on their marriage/intimate relation-
ships. Not surprisingly there is a considerable 
impact on their mental health: 80% indicated 

they suffer from mental health issues, and 
three out of four felt socially isolated.

The financial impact of navigating and 
supporting a family member with a rare 
disease is significant. The results from this 
same Canadian survey22 indicate that families 
spend, on average, more than $10,000 on 
disease-related costs not covered by public 
or private health plans. Eighty-seven percent 
of caregivers said their family finances have 
been negatively impacted, and 63% said they 
have taken on debt.23

Patients with a rare disease consulted 
up to 20 healthcare professionals over 
a period of six or more years to get a 
diagnosis

68% of caregivers for people with a rare 
disease said their caregiving role nega-
tively impacted their work performance
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Profiles of Rare Diseases

SHORT BOWEL SYNDROME

Short Bowel Syndrome is a potentially fatal rare 
gastrointestinal disorder where patients are unable to 
absorb enough nutrients and fluids from the food they eat. 
It generally occurs when a large portion of the intestine 
has been removed as a result disease or injury, although it can 
sometimes be congenital.

Although patient experiences vary, common effects are dehydration, 
malnutrition, fatigue, weight loss and a variety of other health problems. 
Potential complications are peptic ulcer disease, kidney stones, gallstones, 
small bowel bacterial overgrowth and metabolic bone disease.

Management often includes dietary modifications, medications and surgeries. 
Patients may require total parenteral nutrition, an intravenous administration 
of nutrients into the bloodstream, or enteral nutrition, which delivers part or 
all the daily requirements by a liquid supplement delivered via a gastrostomy 
tube inserted through the abdomen to deliver nutrition and hydration directly 
to the stomach.

Children Living with Short Bowel Syndrome

Children living with Short Bowel Syndrome face a very poor quality of life, are 
often confined to the hospital, may have multiple organ failures, lack normal 

socialization, may have failure to thrive and possibly die in childhood. Early 
treatment is vital in children. If they do not experience growth of the bowel 
when they are young, it is more likely that the gut will never function properly.

It can be challenging for children to keep up with schoolwork, socialize 
with friends, and fully thrive physically and psychologically. Cumbersome 
feeding equipment, fatigue and abdominal pain may limit children’s ability to 
participate in childhood activities, such as play, school and social activities, as 
well as cause significant stress, anxiety and depression.

Short Bowel Syndrome in children impacts the whole family. Parents and 
caregivers might experience stress, frustration and difficulty sleeping. Often 
parents must wake up multiple times during the night to check on equipment 
and monitor their child.

Some families face a significant financial burden either due to the need for 
parents to take time off work or give up work completely to care for their 
child. Although some families may have private or public coverage, often 
there are supplies and treatments that are not covered.

REFERENCES:
https://www.takeda.com/en-be/what-we-do/specialty-care-gastroenterology/short-bowel--syndrome/#:~:text= 
Short%20Bowel%20Syndrome%20(SBS)%20is,from%20the%20food%20they%20eat
https://www.cadth.ca/sites/default/files/cdr/relatedinfo/SR0606_Revestive_PI%20Submission.pdf
https://badgut.org/information-centre/a-z-digestive-topics/short-bowel-syndrome/
https://onlinelibrary.wiley.com/doi/10.1111/jhn.12803

ATYPICAL HEMOLYTIC UREMIC SYNDROME

Atypical Hemolytic Uremic Syndrome (aHUS) is an ultra-
rare, life-threatening, chronic genetic disease that can 
damage the body’s vital organs. It occurs in one in  
one million people and is caused by genetic mutations 
of the complement system, a part of the body’s immune 
system. It is a lifelong disease for which there is no cure and no standard 
treatment because each case is different.

It is challenging to diagnose aHUS because the symptoms are similar to other 
illnesses; it is so rare that many doctors may have never encountered it.

The disease has the potential to damage multiple organs, but often targets 
the kidneys and leads to kidney failure. Research indicates that 63% of 
patients have at least one other complication, including involvement of the 
neurological, cardiovascular or gastrointestinal system.

REFERENCES:
http://www.ahuscanada.org/wp-content/uploads/FINAL_aHUS-Canada-Brochure-ENG-May-9-2014.pdf
http://www.ahuscanada.org/disease-treatment/about-ahus/

Living with atypical Hemolytic Uremic Syndrome

“Michael’s experience living with atypical Hemolytic Uremic Syndrome 
completely changed our lives and dramatically impacted our entire family,” 
said his spouse, Margriet. Leading up to his initial illness at age 37, he was 
working as an electronics technologist and had no health issues.

Around Christmas 2002, Michael’s flulike virus led to a multi-year health 
odyssey, including misdiagnosis, multiple lengthy hospitalizations, plasma 
exchanges, kidney failure and dialysis, blood transfusions, and a mini stroke. 
In 2006, Margriet donated a kidney to her husband which, unfortunately, 
started failing almost immediately due to a relapse.

“This was very devastating for our family and the next two years were an 
incredible physical and emotional roller coaster,” said Margriet. Michael was 
constantly in and out of the hospital and was no longer able to work because 
of extreme fatigue and other complications and was not eligible for another 
transplant.

Michael needed home hemodialysis eight hours per night, five days per 
week, which Margriet said “had a huge impact on our lives. It required a 
significant amount of time, and we could never leave home for more than 
two days at a time.”

Michael has been unable to work for almost 17 years and lost his job because 
of his illness. “Unfortunately, he did not have a long-term workplace disability 
program,” noted Margriet.

“As his wife and caregiver, there have been many weeks and months 
throughout these years that I have been unable to work because of my 
husband’s many health issues, hospital stays and doctors’ appointments. This 
has had a huge impact on our family and finances.”

Michael was finally diagnosed with atypical Hemolytic Uremic Syndrome in 
2011, thanks to genetic testing. Soliris (eculizumab) was approved for sale by 
Health Canada in 2013 for the treatment of aHUS and, said Margriet, “gave us 
renewed hope, but unfortunately, he was denied access by the Ontario Drug 
Benefit Program. Knowing there was a treatment that could improve quality of 
life, but not having access to it was very frustrating.”

Not only was Michael dealing with an ultrarare disease that caused 
kidney failure and long-term hemodialysis, she explained, it “also caused 
osteoporosis, anemia, muscle cramps, sleep disorders, blood pressure issues, 
reduced immunity, allergies and infections. Other risk factors we faced were 
cardiovascular disease, cognitive impairment and mental health challenges.”

Michael finally got access to Soliris via the Ontario Exceptional Access 
Program in October 2021. Having access to Soliris gave Michael the 
opportunity to get a second kidney transplant because he was ineligible 
unless he was on treatment to prevent a relapse of aHUS.

A successful kidney transplant meant finally getting off dialysis after almost 
18 years, said Margriet. “It was a huge burden,” she said, and “it gave our 
entire family a better quality of life. He is healthier and hopefully we will have 
opportunities we have not had for many years like improved health, more 
energy, and the ability to work, travel and participate in normal life activities.”
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4. Drugs to treat rare diseases

Despite scientific advancements, 94% of rare 
diseases have no treatment available.24 A 
recent analysis25 indicates there are 104 
drugs for rare diseases approved in Canada. 
Unfortunately, only 60% of them make it to 
Canada,26 and if they are launched here, it 
may be up to 6 years later than in the United 
States and Europe.27

When drugs for rare diseases are available, 
they may be the only treatment to manage a 
patient’s condition or save their life.

Because so many rare diseases do not 
have approved treatments, patients are often 

treated “off-label” with drugs that are not 
approved by Health Canada for their specific 
disease. This can lead to insurance reim-
bursement problems, as most private plans 
reimburse for drugs used only for Health  
Canada–approved indications. Research 
from the United States indicates that 90% of 
healthcare providers must treat rare disease 
patients with unapproved drugs.28

When treatments for rare diseases are 
available, they tend to be expensive, ranging 
from $100,000 to more than $2 million per pa-

tient per year, often for life.29 More than half 
of drugs for rare diseases available in Canada 
cost more than $200,000 per patient per 
year.30 Over the past five years, the number 
of drugs on the market that cost more than 
$200,000 per year have grown at an average 
annual rate of nearly 32%.31

Canadian sales for drugs for rare diseases 
was $3.1 billion in 2020,32 and insurers paid 
out over $650 million to more than 13,000 
Canadians for drugs for rare diseases during 
the same period.33

Gene Therapy
Some rare diseases occur as a result of inherited 
genetic disorders or spontaneous genetic 
mutations. Gene therapy corrects or modifies a 
person’s disease-causing gene by addressing the 
underlying disease biology.

Gene therapy can cure, rather than just treat, 
complex medical conditions. It is a paradigm shift, 
because rather than taking medications for the 
rest of their lives, patients will receive a one-time 
treatment with lasting therapeutic benefits.

There are many issues for private plans to 
consider as gene therapy becomes more common. 
Many gene therapies are administered in a 
hospital, and most insurers do not reimburse 
hospital treatment because they believe that the 
Canada Health Act requires hospital treatments to 
be publicly funded.

If private plans do reimburse gene therapies, the 
initial payer will face high upfront costs, but may 
not benefit from downstream long-term benefits 
because patients frequently switch plans over 
the years.

There is a need to examine innovative payment 
and cost-sharing models to ensure patients have 
access to these life-saving treatments.

5. Development of drugs for rare diseases

a. Challenges in Developing Drugs for 
Rare Diseases

Historically, rare disease has not attracted 
significant pharmaceutical investment due 
to the limited number of patients that would 
be eligible and reimbursed for the treatment. 
The ability to generate sufficient returns on 
investment is further hindered by the clinical 
and economic uncertainty due to the risk and 
cost of research, development, and regulatory 
and reimbursement activities.

Running gold standard clinical trials for 
drugs for rare diseases is often unfeasible or 
unethical due to the small number of patients 
available for the trial. Because of the limited 
knowledge and expertise of specific rare dis-
eases, it can be difficult to find physician inves-
tigators. There is the potential for high failure 
rate; analysis indicates that the success rate 
for clinical trials for drugs for rare diseases 

is pegged at 6%34 and that the development of 
drugs for rare diseases takes approximately 
four years longer than other medications.35

Drugs for rare diseases that make it to 
market can dramatically improve patient 
health outcomes but are priced higher than 
more common treatments to cover these risks 
and costs relative to their small potential 
patient populations.

b. Factors that Facilitated Development 
of Drugs for Rare Diseases

The Human Genome Project
One of the primary obstacles to the develop-
ment of drugs for rare diseases is the insuffi-
cient knowledge of genetic underpinnings of a 
given disease. Scientific progress in genomic 
sequencing has led to a surge in discoveries 
of rare diseases.36 The Human Genome Pro-
ject completed in 2003 provided researchers 
with the structure, organization and function 
of human genes and led to the emerging med-
ical discipline of genomic medicine. This has 
advanced research on the genetic components 
of diseases and has led to better diagnostics, 
drug discovery and development.

US Orphan Drug Act
The US Orphan Drug Act (ODA) passed in 
1983 served as a catalyst for the development 
of many innovative therapies to treat rare 
diseases. Due to the challenges in the de-
velopment of drugs for rare diseases, the ODA 
incentivized drug manufacturers to develop 
new treatments,37, 38 which has spurred advan-
ces. Before 1983, only a handful of treatments 
for rare diseases were available; there are 
now more than 500 approved products.39 The 
ODA has benefitted patients around the world 
who might not otherwise have had access 
to treatment for their rare disease because 
drugs for rare diseases developed as a result 
of the US incentives have been launched in 
numerous other countries.

94% of rare diseases have no treatment 
available

Rare disease has not attracted 
significant pharmaceutical investment

The US Orphan Drug Act served as a 
catalyst for the development of many 
innovative therapies to treat rare diseases 
and benefitted patients around the world 
who might not otherwise have had access 
to treatment for their rare disease

Gene therapy can cure, rather than just 
treat, complex medical conditions
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At its highest level,  
Canada’s postal code system has  
18 postal districts. Outside of Ontario and Quebec,  
the districts are entire provinces or territories.

6. Accessibility and drug funding challenges

Patients with a rare disease who are navi-
gating treatment face what has been coined 
“the postal code lottery.” There are large 
disparities and inequities between payers 
and provinces. The availability of experts 
and resources can be challenging because 
clinical expertise is limited and fragmented 
across the country or the world and the 
required specialists may be located at a 
great distance.

By their very nature, there 
is limited standardization 
and knowledge of rare 
diseases, includ-
ing diagnosis and 
treatment. Diagnostic 
procedures as well as 
medication coverage 
and criteria may vary 

provincially, which can lead to disparate 
experiences for patients.

For example, one province may reimburse 
a rare disease drug, whereas a neighbouring 

province 
may not. 
Some 

patients 
may 

have 

access to public drug coverage for their 
treatment, whereas others may not qualify 
or may face a steep out-of-pocket deductible 
before they are eligible.

Private plans vary significantly and may 
offer little to no coverage for drugs for rare 
disease; if they do, the copayment may be 
unaffordable.

Some pharmaceutical manufacturers offer 
support programs for patients that use their 
medications. They offer a wide range of servi-
ces that may include copayment assistance or 
compassionate medication access. These vary 
widely, and the services offered often depend 

on their operating costs and projected 
profitability. It would not be financially 

prudent to offer financial assistance 
or free drugs to all patients if 

they still are expected to 
turn a profit in the 

already risky and 
challenging mar-
ket for drugs for 
rare diseases.

Employer Advocacy
According to Durhane Wong-Rieger, president and CEO of Canadian 
Organization for Rare Disorders (CORD), one of the organization’s recent 
surveys indicated that 60% of patients with a rare disease who rely 
on private drug plans experience challenges or delays in accessing a 
prescribed therapy.

Often patients with a rare disease or their families are hesitant to advocate 
for the drugs they need after coverage is denied. They may fear unwanted 
reprisal from their employer or be concerned about how their drug costs 
could impact their employer and coworkers.

“The line between your personal and professional lives gets blurred all the 
time,” said Gail Attara, chief executive officer, Gastrointestinal Society. “The 
mental battle deliberating whether or not you tell your employer about 
your disability and face discrimination or you subterfuge is real. Sometimes 
you want to share your story because you need to get treatment that your 
plan should cover, but if you come across as a costly employee, then you 
could see your job disappear.”

Most drugs that are not covered for rare disease patients are the only 
treatment available to them and can be life-changing or life-saving, said 
Wong-Rieger. “In most cases, they do not have the luxury of foregoing 
treatment or paying through other means.”

“Rare disease treatments are often more expensive 
than treatments for common diseases, and 
patients often are denied access to drugs because 
of the high cost, and this is very unfair.

“No one asks for a disease, and the whole point 
of health insurance is to provide services and 
treatments no matter what health challenge you 
encounter in life.

“Rare disease patients deserve to have access to 
the treatments they need just as much as people 
suffering from well-known conditions, regardless 
of the cost.

“Plan sponsors should be prepared for an employee 
developing a sickness with high treatment costs 
by having appropriate insurance and risk pooling.”

–Margriet,
volunteer director with aHUS Canada  

and caregiver to her spouse, Michael, who lives with  
atypical Hemolytic Uremic Syndrome (aHUS)

60% of patients with a rare disease who rely on private drug plans 
experience challenges or delays in access a prescribed therapy

Patients 
with a rare 
disease who 
are navigating 
treatment face 
the postal code 
lottery



Plan Sponsor’s Guide to Rare Diseases 7

7. The future looks bright: advances in rare diseases

Most rare diseases still lack treatment 
options, although significant steps have been 
made via scientific advances. Those facing 
a rare disease have hope because improved 
understanding of molecular biology has trans-
formed the diagnosis and treatment of rare 
diseases. Researchers have leveraged new 
technologies and the growing scientific under-
standing of many rare diseases to uncover 
drivers of many conditions.

a. Next-Generation Genetic Sequencing 
Technologies

Some new processes can identify genetic 
variations faster and more accurately. For 
example, next-generation genetic sequencing 
technologies have significantly improved 
diagnoses of rare diseases. They enable 
scientists to sequence DNA and RNA faster 
and more cost-effectively, allow them to make 
further insights into genetic diseases and pot-
entially shorten patients’ diagnostic odysseys.

b. Patient Registries

Data sharing is critical to advancing drug 
development, particularly for rare diseases. 

Patient registries for rare diseases create 
a critical information infrastructure that 
supports research. They offer the potential to 
pool data to overcome the knowledge gap and 
better understand the course of rare diseases.

c. Artificial Intelligence

Artificial intelligence, or machine learning, 
makes it easier to sift through multiple data 
sources and huge quantities of information 
to extract relevant insight for clinicians. This 
allows deeper insight into rare diseases and 
significantly improves diagnosis, treatment 
and prognosis for patients.

d. New Drugs

These tremendous advances have spurred the 
development of new medicines that offer hope 
for patients with a rare disease; there are cur-
rently more than 700 drugs for rare diseases 
in the pipeline.40 The share of rare disease 
drugs in the global pipeline is expected to 
jump from 16% in 2022 to 29% in 2024.41 
A number of these increasingly tailored 
treatment approaches address the underlying 
genetic cause of many rare diseases. 

Despite these advances, there is still much 
more work to be done. There remains a lim-
ited understanding of the underlying biology 
for many rare diseases, and 94% of them have 
no approved treatment options.42

Although the number of drugs for rare 
diseases continues to grow, the commercial 
challenges make it unlikely that there will be 
generics or biosimilars to drive down the cost 
for the drugs after the patent expiry.

8. Canadian rare diseases policies

a. National Strategy for Drugs for Rare 
Diseases43, 44

To help Canadians with rare diseases access 
the drugs they need, the 2019 federal budget 
proposed investing $1 billion over two years 
starting in 2022–23 and up to $500 million 
per year ongoing. The Government of Canada 
is working toward launching the strategy in 
2022.

Health Canada engagement sessions 
informed the strategy development. There 
was consensus on the need for a consistent 

definition for rare diseases, an approach or 
framework to address the existing access 
challenges, and a coordinating body for cen-
tralized, evidence-informed decision-making. 
There appears to be an interest in shared 
responsibility for costs and pooling of risk 
for private and public payers.45

Private payers paid more than $650 million 
annually for drugs for rare disease,46 which 
exceeds earmarked annual funding of  
$500 million for the federal National Strategy 
for Drugs for Rare Diseases. “Private payers 
are already significantly outspending the 
federal government commitment in this 
fast-growing segment,” says Chris Bonnett, 
principal, H3 Consulting. He also noted that 
federal commitment accounts for just 16% of 
the $3.1 billion in national rare diseases drug 
spending in 2020.47

The strategy will likely not eliminate the 
risk for benefit plan sponsors of covering 
drugs for rare diseases but will result in 
shared responsibility for costs and pooling of 
risk for private and public payers.

b. Quebec Policy for Rare Diseases48

The province of Quebec recently announced a 
policy for rare disease whose aim is to ensure 
that healthcare and services for patients 
with rare diseases are of high quality, safe, 
equitable, inclusive and responsive to allow 
them to reach the full potential of their health 
and well-being. It is grounded in three pillars: 
awareness and training; facilitated and equit-
able access to diagnosis, care and services; 
and promotion of research, innovation and 
data collection. They target to have a plan of 
action developed by the end of 2022.

9. Impact on private drug plans

“These cutting-edge treatments come with 
very high prices, but what is important to 
remember is that they are usually intended 
for very debilitating conditions,” said Frédéric 
Leblanc, strategic leader, drug programs, 
IA Financial Group. “They are not targeted 
at large patient populations. It’s quite the 
contrary and due to the uniqueness of rare 
diseases, a very small minority of plan mem-
bers will benefit from them.”

Leblanc noted that drugs for rare diseases 
have the potential to deliver improved health 

outcomes in the short term, in terms of qualify 
of life, and in the long term, such as positive im-
pact on progression of the condition. “Patients 
now have access to life-changing treatments 
that didn’t exist in the past, such as new drugs 
for cystic fibrosis or rare cancers,” said Leblanc. 
“This can improve plan member productivity 
and have a positive impact on mental health of 
plan members and their dependants.”

“These medications are essential to keep 
patients healthy and productive contributors 
to the economy,” said Gord Hart, president 

and CEO, Selectpath Benefits and Financial. 
However, he noted, “the financial impact of 
these medications has been increasing expo-
nentially over the last five years and is one of 
the leading threats to affordability of private 
payer programs.”

The federal government is investing 
$500M per year to help Canadians with 
rare diseases access the drugs they need

“The financial impact of these medications has 
been increasing exponentially over the last 
five years and is one of the leading threats to 
affordability of private payer programs”
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a. Managing the Risk of Rare Diseases

“The impact of drugs for rare diseases on pri-
vate drug plan costs can be direct via claims 
and pooling or indirect, such as reduced mar-
ket mobility,” said Philippe Lagacé, principal, 
health and benefits, Mercer Marsh Benefits.

Claims for drugs for rare diseases are hard 
to predict. “The risk is rare and randomly 
distributed, so every plan sponsor of any 
size will be caught by surprise when a claim 
appears,” said Bonnett. “Drug benefit plans 
today offer very little true insurance,” he 
noted, “Pooling was not designed for costs of 
this magnitude.”

Lagacé indicated that for many plans with 
high-cost claims, such as those for drugs for 
rare diseases, “There is no pure risk pooling 
mechanism that preserves market mobility 
for these plans.”

Gary Walters, who is a group benefits 
actuary with 35 years’ experience and was 
an architect of EP3 and CDIPC pooling mech-
anisms, noted that “the impact of drugs for 
rare diseases on private drug plan costs can 
result in higher pool charges and increasing 
pooling thresholds.”

The costs for the pooling are rising dra-
matically, noted Hart, “as the costs for rare 
disease drugs increase due to pricing and 
new patient diagnosis rates. For private plans 
with one or more rare disease claimants, the 
cost of the protection is rising to almost 40% 
to 50% of the total premium costs for all forms 
of healthcare.”

EP3 pooling was intended to help insured 
plans in terms of pooling the risk and 
increasing mobility of providers, said Hart, 

“but it has been our experience that little has 
changed for these clients.”

“For clients who are self-insured via ASO 
plans who cannot access EP3,” said Hart, “the 
options are quite limited, and insurers often 
levy a surcharge to protect their own stop-
loss pool of risk.”

“My opinion on the current risk manage-
ment and pooling processes of Canadian bene-
fit plans – public and private,” said Leblanc, 
“is that it’s a patchwork that needs improve-

ment. It is easy to understand that smaller 
groups face larger risks if they encounter a 
very high-cost claim.”

Although there are industry concerns 
about the existing pooling mechanism, 
Walters noted that “EP3, CDIPC, QDIPC are 
much better than nothing. EP3 provides 
protection and helps mitigate the impact of 
drugs for rare disease, though may still make 
changing carriers, once a plan has a large 
claim, a challenge.”

“For private plans with one or more 
rare disease claimants, the cost of the 
protection is rising to almost 40% to 
50% of the total premium costs for all 
forms of healthcare”

“[ . . . ] the current risk management and 
pooling processes of Canadian benefit 
plans [ . . .] [are] a patchwork that needs 
improvement”

Drug Pooling
Pooling is a mechanism to share high drug costs, but it does not remove 
the risk. It minimizes the volatility and impact of a large claim on a plan’s 
premiums. Some may refer to it as large amount pooling or stop-loss pooling. 
Claim amounts over a specified pooling threshold (or attachment point) are 
insured or pooled with other high-cost claims and removed from plan 

sponsors’ claims experience used to set the premium. Plan sponsors pay or 
pool charges (an additional premium) for this additional protection.

Although insurers offer a variety of pooling options for their customers, there 
are two types of Canadian industry pooling arrangements that span the industry.

Canadian Drug Insurance Pooling Corporation (CDIPC)* Quebec Drug Insurance Pooling Corporation (QDIPC)†

Which plans participate Fully insured plans ONLY (mandatory) All plans with Quebec residents regardless of underwriting 
arrangement

Administration Includes a foundational carrier level pooling program referred to 
as EP3 (Extended Healthcare Policy Protection Plan) administered 
according to CDIPC standards

Plan sponsors pay pooling charges through insurers who pass on 
funds to QDIPC

Pooling threshold varies by group size 

Includes all drugs; not limited to the Régie de l’assurance maladie du 
Québec (RAMQ) formulary

Protects from Recurring drug claims with high costs Impact of a large drug claim
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Only 16% of Canadian private drug claims costs are protected by CDIPC‡, and plans that don’t participate in CDIPC pooling can still purchase stop-loss or large 
amount pooling protection for high-cost claims from their insurer.
* https://cdipc-scmam.ca/
† https://mutualisation.ca/en/
‡ Market review done by the Canadian Drug Insurance Pooling Corporation (CDIPC) in 2017. Correspondence with Dan Berty, Executive Director, Canadian Drug Insurance Pooling Corporation 
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b. Impact of Plan Design Changes

Increasingly, said Hart, “The conversation 
comes up around affordability and the 
possible trade-offs that will need to be made.” 
Understandably, said Bonnett, “Employers 
need to manage their risk, but as that occurs, 
plan members may have even fewer options.”

Unfortunately, traditional drug plan 
management techniques, “do little to 
materially impact the plan affordability 
because there are limited alternative forms 
of treatment,” said Hart. Tactics such as 
adjusting formularies to exclude these drugs 
or instituting an annual drug maximum may 
reduce or eliminate the risk for plans, he 
explained, but these strategies “download the 
financial risk to other private plan payers 
without restrictions, public payer options or 
the patients themselves.”

Although these may be good strategies to 
manage plan sponsors’ risks, said Leblanc, 
“They are a poor strategy for plan members’ 
access to needed treatments.”

“Without coverage, the financial impact of 
these medications can be catastrophic to the 
patient as well as their families,” echoed Hart. 

“As these costs reach unsustainable levels, 
increased cost-sharing techniques are being 
deployed by plan sponsors,” said Hart, “which 
negatively impact all plan members regard-
less of health status.” Even coverage with 
co-insurance may limit access for patients 
with a rare disease because, according to 
Bonnett, “Only a small percentage of families 
could afford any co-insurance for a drug for 
rare disease.”

For plan members and their families, said 
Leblanc, it can be extremely stressful to 
experience restrictions or be denied a drug 
claim for a severe, often degenerative, health 
condition. “These unfortunate situations have 
a significant impact on stress and the mental 
health of plan members.”

“Some employers continue to choose 
to carry the burden of the cost as part of 
their overall workforce strategy,” said Hart. 
“However, the long-term sustainability of this 
approach will be seen over time.”

c. Private Payers and the National 
Strategy for Drugs for Rare Diseases

Many in the private payer industry are hope-
ful that a federal National Strategy for Drugs 
for Rare Diseases will provide some relief for 
plan sponsors.

Any national strategy for high-cost drugs, 
said Lagacé, “must be developed collabora-
tively with plan sponsors, employers and 
various other stakeholders in the private 
sector, both in the creation of any program 
and in the execution of that program.”

The right strategy needs everyone at the 
table to plan, implement and govern access to 
rare disease drugs, said Bonnett, “including 
private payers that cover more than 60% of 
Canadians and fund more than $13 billion in 
annual drug costs.”

Bonnett said, “The Canadian Institute of Ac-
tuaries, the CLHIA and I have all proposed the 
federal government use their limited funding 
to reinsure all public and private drug plans 
against the costs for drugs for rare diseases.”

Many industry experts recommend that 
the existing QDIPC be considered a model to 
manage the risk for drugs for rare diseases.

“We believe,” said Leblanc, “although not 
perfect, the Quebec risk-pooling system is 
a fair mechanism to manage these risks. A 
national risk-sharing mechanism for drugs for 
rare diseases could potentially be modelled 
from the 25 years’ experience of the Quebec 
Drug Insurance Pooling Corporation.”

Leblanc recommended the Quebec pooling 
model for several reasons. “It’s mandatory,” 
he said. All insurers and administrators of 
employee benefit plans are required to pool 
the risks. Bonnett agreed, “It covers all em-
ployers, regardless of plan funding.”

The common formulary in Quebec is also 
an advantage, according to Leblanc. Bonnett 
concurred, “There is a joint responsibility em-
ployers and insurers have with the province 
for reasonable access to medicines.”49

Quebec pooling is managed by QDIPC, 
which, said Bonnett, “brings a degree of 
public accountability to drug benefit plans.” 
Leblanc agreed: “It is a neutral and non-profit 
entity and process,” and QDIPC’s mandate is 
to “ensure sound management of the pooling 
system.”

However, noted Bonnett, “The major flaw is 
that there are still two different risk-sharing 
models for private plans, and each insurer 
manages its own pool.”
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10. Opportunity for better risk management

It appears that scientific innovation is rapidly 
outpacing the rate of innovation in Canadian 
risk management models.

There’s a misperception that treatments for 
rare diseases account for a large portion of 
spending. In Canadian private plans, drugs 
with annual cost greater than $100,000 
contributed only 1.8% of total costs in 2020.50 
A recent analysis indicated that drugs for 
rare diseases represented only 1.9% of total 
Canadian public plans’ medication expendi-
tures in 2019.51 If these costs were shared 
equitably across all private plans, they would 
be affordable.

If overall costs for private drug plan claims 
are growing by 5.3% annually,52 and costs and 

risks of high-cost drugs were fully pooled 
and spread equitably among all Canadian 
plan sponsors, all plans would share in the 
cost treatments for rare diseases and plan 
costs would be more affordable, reducing the 
impact of a high-cost claim on one plan.

Some other innovative pooling models for 
drugs for rare diseases could include carving 
out high-cost treatments to a single national 
risk pool or government management of high-
cost drug pooling, such as how the Canadian 
Mortgage and Housing Corporation (CMHC) 
manages high-ratio mortgage loan risk.

If costs and risks of high-cost drugs were 
fully pooled and spread equitably among 
all Canadian plan sponsors, all plans 
would share in the cost treatments for 
rare diseases and plan costs would be 
more affordable

“A national risk-sharing mechanism for 
drugs for rare diseases could potentially 
be modelled from the 25 years’ 
experience of the Quebec Drug Insurance 
Pooling Corporation”

“. . . the federal government [should] use 
their limited funding to reinsure all public 
and private drug plans against the costs 
for drugs for rare diseases”

Traditional drug plan management 
techniques, “do little to materially 
impact the plan affordability because 
there are limited alternative forms of 
treatment”
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Flexible workplace policies and support for caregiving employees 
can enhance employee productivity and loyalty, reduce 
absenteeism, and positively affect profits

11. How employers can support rare disease 
patients and caregivers53, 54

As employers face talent shortages, they should consider addressing 
the needs of employees with rare diseases and those of their care-
givers. Some potential supports include:

1. Accessibility. Ensure the workplace is accessible to meet specific 
needs associated with employees’ conditions.

2. Increased flexibility. The COVID-19 pandemic has demonstrated 
that flexibility has become more of a requirement than a luxury. 
Allow employees to shift working hours and work from home as 
needed.

3. Time off allows patients and caregivers the peace of mind and 
flexibility to step away and take care of their needs when they will 
be more focused and productive. Research indicates that many 
caregivers say that paid time off is more important than salary 
increases.55

4. Health benefits. Ensure that health benefits offer access to the 
treatments and services employees and caregivers need to remain 
healthy and productive.

5. Support at work can reduce stress and increases resilience.

6. Expecting the unexpected. Unplanned absences can be an oper-
ational challenge, so consider advance planning and systems to 
keep things running smoothly.

7. Communication is key to creating an inclusive culture in the 
workplace

Research indicates that flexible workplace policies and support for 
caregiving employees can enhance employee productivity and loyalty, 
reduce absenteeism, and positively affect profits, in addition to aiding 
recruitment and retention efforts and reducing related costs.56, 57

12. Rare diseases – food for thought

Considerations for plan sponsors:

	F Is the challenge the actual cost of drugs for rare diseases or the 
current insurer risk management process for setting premiums 
and pooling risk? Which problem needs to be solved?

	F Advancements in medicine mean more people have treatment 
options for rare diseases, which could save their life and 
potentially keep them at work. The benefits also go beyond the 
patient and generate additional benefits to their caregivers.

	F When assessing the value of drugs for rare diseases, it’s important 
to consider the benefits in addition to costs. For example, they can 
lead to avoided costs due to reduced hospitalization or supportive 
care as well as reduce the impact and patient suffering due to 
early death. These treatments also generate improved health 
outcomes that allow patients to live better and longer lives and 
potentially participate in the workforce.

	F 94% of rare diseases have no treatment available, and when a drug 
is available there are usually no alternative treatments. These 
drugs are not just another treatment option, they may be the only 
treatment to manage a patient’s condition or save their life.

	F A plan’s health benefit objectives are the foundation for benefit 
decision-making and should drive how plan sponsors choose 
to handle reimbursement of drugs for rare diseases. Do plan 
sponsors want their health benefit plan to offer plan members 
peace of mind and protection from unexpected catastrophic 
health conditions such as rare diseases? How would they feel 
if their plan members were publicly fundraising to pay for 
treatments because they were not covered by their plan?

	F Plan designs with a maximum or that exclude drugs for rare 
diseases download the costs to other private payers (e.g., spousal 
plans), public payers, patient support programs sponsored by 
pharmaceutical companies, and plan members and their families. 
Are these plan designs saving the plan or are different costs 
incurred, such as the cost of untreated or inadequately treated 
plan members?

	F Excluding coverage for drugs for rare diseases could create 
potential legal liabilities, such as discrimination, employment law 
or grievances.

	F Health benefits can be valuable even to those who are not dealing 
with rare diseases. Insurance Value is an economic theory that 
claims the bigger the risk the insurance protects against, the 
more valuable it is to those insured. The value is in plan members 
knowing they have access to necessary treatments in the unlikely 
event that they or a family member develop a rare disease.58
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Every Day
Is An Inspiration
People affected by rare diseases and 
devastating conditions are our inspiration 
and our Guiding Star. 

Our mission is to transform their lives 
through the development and delivery of 
innovative medicines, as well as through 
supportive technologies and healthcare 
services. We believe it is our responsibility to 
listen to, understand, and change the lives of 
patients and those who work tirelessly to 
help them.

R A R E  I N S P I R A T I O N .  C H A N G I N G  L I V E S .

TRENDY BROTHERS
LIVING WITH LAL -D

AIRA
LIVING WITH HPP

MONIKA
WITH HER HUSBAND

LIVING WITH gMG

CHELSEY
LIVING WITH NMOSD

VICTOR
LIVING WITH PNH

JUSTICE
LIVING WITH aHUS



Takeda Canada Inc.

Driven by passion to realize this goal, Takeda has been providing patients 
with innovative life-changing medicines since our founding in 1781.

Takeda will always be unwavering in our commitment to bring better 
health and a brighter future to Canadians through leading innovations in 
gastroenterology, oncology, neuroscience, and rare diseases.

To find out more about Takeda and our commitment 
to Canadians, visit www.takeda.com/en-ca.

There is more that we can do to help improve people's lives.

Better Health, Brighter Future
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