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Building Relationships and
Value with Rare Diseases
Aided by the Orphan Drug Act of 1983, biotech and pharma companies have sought
development treatments for the approximately 7,000 rare diseases that have been identified.

T

here is growing commitment across
the industry to improve the lives of
the 350 million people living with
a rare disease across the globe. Since 2013,
60% of the drugs approved by the FDA under
the Breakthrough Therapy Designation program have been indicated for rare diseases.
Nevertheless, only 5% of rare diseases have
an approved treatment, according to Debbie
Drell, director of membership services for
the National Organization for Rare Disorders
(NORD).
As patient organizations around the world
prepare for the 11th Rare Disease Day on Feb.
28, 2018, the importance of the relationship
between the industry and patients, through
advocacy groups, is increasingly apparent.
The focus of the 2018 Rare Disease Day is
research, with a dual recognition that patients
need researchers to develop treatments and
cures while researchers need patients to participate in trials and ensure their research is
meaningful.

To continue the advances made to date in
bringing breakthrough therapies to treat rare
diseases to market, companies must address
every aspect of the life cycle: conducting research, working with regulatory authorities,
and developing marketing campaigns.

Advancing Research:
Recruitment and Retention
Rare diseases add complexity to the clinical
trial process. When addressing a disease that
affects a small number of patients, companies
need to carefully consider site selection, location, and the needs of the patient — from
financial, to travel, to emotional support.
To mitigate some of these issues, Thomas
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Schall, Ph.D., president and CEO of ChemoCentryx, which is primarily focused on orphan
and rare diseases, says the company looks
for centers that have experience in treating
patients with the rare disease and have had
experience with clinical trials.
Companies conducting clinical trials for
rare diseases need to consider where patients
live, where their healthcare practitioners are,
and how a clinical trial will affect their daily
lives. Travel support, telemedicine, and other
strategies can help to make the trial less burdensome for patients.
Site planning is crucial, to ensure sites selected have patients in the disease population
and the investigator is seeing and treating
patients with the disease being investigated.
Patient advocacy groups are important
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Big pharma companies
are starting to dominate
the orphan drug market
with seven of the top 10
companies by orphan
drug sales being global
industry players.

players in clinical trial planning, recruitment,
and retention, for example helping to enroll
more diverse patient populations, helping to
define meaningful clinical endpoints, assisting
in the design of patient reported outcomes,
and developing study materials that are written to the right level.
Sponsors and trial sites also need to work
with patient organizations to better understand the patient’s point of view.

Regulatory Hurdles
Experts in the field note that the FDA
has been supportive of companies developing
drugs for rare diseases and is offering financial
support, such as the FDA Orphan Products
Clinical Trials Grants Program and waiver of
the Prescription Drug User Fee Act (PDUFA)
filing fee.
After receiving orphan drug designation,
the FDA also offers a variety of regulatory
tools to assist orphan drug licensing such as
priority review, fast-track, breakthrough, and
accelerated approval pathways. In addition,
the FDA’s Orphan Drug Modernization Plan
is a new initiative designed to streamline the
FDA’s review of Orphan Drug Designation
requests, as well as help the agency manage
its workload.
Furthermore, the FDA and EMA have
been collaborating since 2016 to improve
information sharing on various aspects with
regard to the development and evaluation of
medicines for rare diseases.
Nevertheless, requirements are rigorous,
which can present challenges for companies
without prior experience in rare diseases, and
can lead to delays and added costs.
According to Jay Barth, M.D., chief medical officer at Amicus, the regulatory frameworks for reviewing data and deciding on approvals were not designed specifically for rare
diseases. Companies therefore need to consider

having specific pathways or specialized reviewers for rare diseases.
Rare disease companies must also be ready
to address reimbursement given the increased
costs for payers. This requires companies to
emphasize and prioritize proof of clinical and
economic value, and provide real-world evidence of successful patient outcomes. With
statistics showing the average annual cost per
patient for orphan drugs exceeding $135,000,
pricing and reimbursement are critical elements in a rare disease commercialization
strategy. Discussions with payers and providers must focus on enhancing understanding of
the therapeutic area and highlighting product
value, backed by outcomes data.

Product Delivery
Developing a rare disease product and
maneuvering the regulatory landscape are two
key aspects in bringing a product to market.
Equally important is ensuring the therapy
gets to geographically dispersed patients in the
dose needed and when it is required.
According to Paul Testa of Shire, because
rare disease products are typically of much
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smaller quantities, it’s often necessary to support a make-to-order supply chain model and
production approach.
Companies require a flexible approach to
managing the supply chain in order to adapt
manufacturing capacities to match the supply
versus demand.
Cold chain logistics are also crucial to manage temperature-controlled products, especially
when transported through climates prone to
extreme weather conditions. Given that most
rare disease products are manufactured in small
quantities and at high cost, spoilage can be a
major problem for companies.

A Different Market
When it comes to marketing rare disease
products, patient-centricity is key. Patient
advocacy groups have typically been involved
from the start, often spurring research and
development, and building relationships with
advocacy groups can help companies to connect with patients.
In addition, patients and their caregivers
need to be included in the marketing approach
to help them continue to learn about their
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disease. And given that so many patients with
rare diseases are children, experts note that
caregivers seek out information, so digital
campaigns can be highly effective.
Rare diseases companies can expect to have

a direct relationship with patients to help address gaps in care, deal with stress and depression, and ensure a support network.
Some rare disease biopharmaceutical companies have a patient advocate as part of the entire

process — from development through marketing.
For example, Amicus has a chief patient advocate
who is responsible for advocating on behalf of
patients in the community as well as internally.
The role of the physician is just as critical
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in rare diseases but mass marketing fails to
resonate in this market, and instead companies
need to consider disease awareness initiatives
to help specialty healthcare professionals better
understand and recognize rare diseases.

As advocacy groups, patients, and companies prepare for the 2018 Rare Disease Day,
the development of new therapies and getting
them to patients in need will be top of mind.
As the organizers of the day have emphasized,

Rare Disease Day 2018 is an opportunity for
all stakeholders to be part of a global call
on policymakers, researchers, companies, and
healthcare professionals to involve patients in
rare disease research.
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