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Outline of talk

We are at a tipping point — from recognising the
problem to acting on the problem

Are you ready for that change?
Can you advocate effectively in the new world?

How government might view this, and what you need
to ask of government

Draw on experience of recent meetings in Thailand

and Malaysia



Helen Clark: Administrator of the United

Nations Development Programme

Written statement at the 11th annual International
Conference on Rare Diseases and Orphan Drugs 2016

= More than 300 million people around the world
live with at least one rare disease.

= |ll health and the costs associated with it are
major factors which push people into poverty

= 2030 Agenda for Sustainable Development
fundamental principle ‘to leave no one behind’

= No country can claim to have achieved
universal healthcare if it has not met the needs
of those with rare diseases

= Governments need to look at legal and
regulatory incentives for development of drugs
and technology

= Collaboration between all sectors is critical
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Rare diseases: key policy gquestions

= |s this really a problem compared to other issues?

= \What can we done about it, and what Is
government’s role?

= |s |t affordable?
= \What stakeholder resistance will be encountered?

= |s there a clear path forward and what barriers will
there be?

= \Who will thank us?




Rare diseases: key policy answers

It's as big as diabetes, it’s hidden, and you're already
paying for it

Better coordination of existing resources will save money
and lives

Government has a key role but does not have to do and
fund everything - a small expert team can make a big
difference

There will be resistance to change from some
professional groups and some patient organisations

But the benefits in terms of individual patient stories (as
well as at the group level) are immediate and compelling

If you build on all strengths, you will be able to describe a

clear path forward/—————\



In the Zone
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What special experience do we have in Western
Australia?

= Small expert group - only dedicated genomic health policy unit
In Australia, set up in 2001

= Developed a State Strategic Framework for Rare Diseases
= Promoting a National Plan for Rare Diseases
= Helped establish Rare Voices Australia

= |eading way in data collection, registry development and
biobanks in Australia

= Membership of many international collaborations in this area




Is this really a problem? The importance
of local data



|dentifying ineff
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Time from first seeking
medical help to diagnosis

Number of doctors seen

Patients who received at
least one incorrect diagnosis

before receiving diagnosis

<3 Months 3-12 Months 1-5 years
35% 35%
1-2 doctors 3-5 doctors

Incorrect diagnosis

Patient experiences: The Australian Rare Disease Survey

746 adults living with a rare disease in Australia shared their experiences through an online survey between July and
September 2014. Responses were received from patients with over 185 different rare conditions.

5 to >20 years

30%

6 to 10* doctors
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“My illness affects a lot of body
systems. Since the medical system
is set up with specialists in
particular body systems there is
no medical practitioner who will
look at me as a whole.
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The diagnostic journey T T ——

initially misdiagnosed
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The power of a diagnosis —the foundation
of quality healthcare

Certainty

Reduced isolation

Reduce unnecessary investigations

Access to improved care (social and medical)
Clarify recurrence risk

Even without new treatments, quality of life will
Improve
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ldentifying costs to health system

Collective Impact of Rare Diseases on the WA Health System

A data linkage study aimed at identifying and describing a cohort of people:

* who were admitted to WA hospital between July 1999 and December 2010 =
* with one of 467 RD recorded in their hospital records Th ereils a

The utilisation of inpatient hospital services by our study cohort was compared to ma rked d i S pa ri ty
the general WA population. .
between the proportion

of the population with a rare disease and the combined cost to
the state health system
In 2010 the study cohort accounted for:

.

2.0% 4.6% 9.9% 10.5%
of the WA of the people of WA hospital of WA hospital
population admitted to hospital admissions expenditure




What can be done about it?
Clinical Services Redesign



Improving service outcomes

The Rare & Undiagnosed Diseases Diagnostic Service
Partnering to develop a clinically integrated genomic diagnostic pipeline

WHAT WE DID...

Genetio Services of WA Disgmostio Genomics,

PathWest Laboratories

H - ~
[ —
) Clinically integrated
Offioe of Population g .
Health Genomios, ge?a“.'c diagnostic
i ivisi pipeline (RUDDS)

Public Health Division

“Accurate diagnosis is the bedrock
to best practice medical care”

WHICH RESULTED IN...

Reduced administration
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sted patient satisfaction
and staff morale




families presenting to S 4in 10 '
Genetic Services receiving
Rare & Undiagnosed

a definitive diagnosis Diseases Program
PHASE Il

>1in4

Rare & Undiagnosed
Diseases Program
PHASE |

~1:14

7% receive a confirmed
diagnosis

BEFORE




Service Planning: RUDDS

Baynam et al 2016 The Rare and Undiagnosed Diseases Diagnostic Service — application of
massively parallel sequencing in a state-wide clinical service OJRD 11:77,
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Specific genetic counselling; and
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Research protocol ethics Clinical Research
and consent process Study Consent

x Research . -
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Consider recruiting to WGS Research Project(s)

available trials. OPTION FOR REVIEW




of Western Australia

Rare diseases and the diagnostic odyssey

Rare diseases (RD) are a health priority. They are
estimated to affect up to 6-8% of the population which in
WA is up to 190,000 people, including more than 60,000
children. Many RD have their onset in childhood, continue
for life, and are disabling and burdensome to individuals,
families and the healthcare system.

An accurate diagnosis is the bedrock of best practice
medical care. For RD achieving a diagnosis is particularly
challenging. There are 5,000-8,000 known RD and most
are complex with multisystem dysfunction.

Many patients experience a diagnostic odyssey. In a
European study, 25% of individuals waited 5-30 years for a
diagnosis and in 40% of instances the initial diagnosis was
wrong (2). A recent WA lead study showed similar findings
(3)

What is an undiagnosed disease?

An undiagnosed disease is a long-standing medical
condition for which the health system has been unable to
provide a diagnosis.

An Undiagnosed Disease Program for Western Australia
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GENETIC SERVICES

OF WESTERN AUSTRALIA

The health system could say...

We have more comprehensively addressed the needs
of individuals and families living with undiagnosed
diseases.

 \We can further partner with patients in the development
of new management approaches.

* \We can benefit from health savings.
e \We can be lead partners in global health networks.

* \We can further support clinical training and clinical
translational research.

-

Undiagnosed
Diseases Network

The Undiagnosed Diseases Program and Network

The Undiagnosed Diseases Program was established within
the USA National Institutes of Health (NIH) in 2008. It has
become a global network of clinical genetics centres, using
multidisciplinary teams, to provide diagnoses for patients with
severe undiagnosed diseases.

Many UDN patients have previously visited multiple
specialists, have had many hospital admissions and a myriad
of investigations.

Diagnosis for those who had none

As a consequence of having no diagnosis, patients, and their
families experience anxiety, uncertainty and sometimes
inappropriate management of their condition.

In these most diagnostically intractable cases 25% have
received a definitive diagnosis. This figure is higher when in
children.

Health System Savings

For adult patients, direct costs accrued within the health system
prior to assessment by the UDN was estimated to be a minimum
of US$ 36,000 (AUS 49,000) per patient.

With an early, accurate diagnosis much of this cost would have
been averted. Future savings will also accrue along with an
individuals life span

Preliminary assessments by the UDN suggest that the cost per
patient diagnosed is less than a single admission in a tertiary
hospital.

Paediatric costings are begin finalised and are anticipated to
reveal similar high pre-existing costs and savings opportunities.

Families could say...

« \We have closure.

e \We are less isolated.

e We better understand what the future might
(or might not) hold.

« \We have avenues for better treatment, disorder specific
medicines or best practice medical care.

 We have improved engagement with the health system.
* \We can make financial savings.

We have improved emotional well being.

Those not receiving a definitive diagnosis
could say...

* \We have closure for our family.

* The avenues to pursue a diagnosis have been further
and more cohesively explored.

* \We are less isolated. through connection with the
community of undiagnosed individuals e.g. through
UDP-related resources and relevant organisations such
as Syndromes Without A Name (SWAN) and the
Genetic and Rare Diseases Network WA (GaRDN).

* We have improved medical care by integration with
relevant services and/ or specialists.

* We can give insight into better management and
contribute to the development of new therapies.

= We have improved engagement with the health system.

References

1. Deparment of Health Viestern Australia, WA Rare Diseases Stadegic Framework 2015-2018, 2015.

2. EURDRDIS, Swwey of he delay in for 8 rare in Ewepe, ane2, 2007.

3 Maister e al, Health care experiences of adults IMng with & rare disease in Acsrala, In preparaton, 2015.
4. Lacbawan et 3., Costing the Diagnossc Odyssey: The UDP-MIH Experience
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What an Undiagnosed Diseases Program would do

Families could say...

e We have closure.

e \We are less isolated.

e We better understand what the future might
(or might not) hold.

e We have avenues for better treatment, disorder specific
medicines or best practice medical care.

e We have improved engagement with the health system.
e We can make financial savings.

e We have improved emotional well being.



Those not receiving a definitive diagnosis

could say...

e We have closure for our family.

e The avenues to pursue a diagnosis have been further
and more cohesively explored.

e We are less isolated, through connection with the
community of undiagnosed individuals e.g. through

UDP-related resources and relevant organisations such
as Syndromes Without A Name (SWAN) and the

Genetic and Rare Diseases Network WA (GaRDN).

e We have improved medical care by integration with
relevant services and/ or specialists.

e We can give insight into better management and
contribute to the development of new therapies.

e We have improved engagement with the health system.



The health system could say...

We have more comprehensively addressed the needs
of individuals and families living with undiagnosed
diseases.

We can further partner with patients in the development
of new management approaches.

We can benefit from health savings.
We can be lead partners in global health networks.

We can further support clinical training and clinical
translational research.



Undiagnosed Diseases Program UDP-WA:

Synopsis of 15t Case

A 7 year old girl with more than 40 hospital visits
since a baby.

Seen multiple specialists

The cross-disciplinary expert review process
converged on a class of conditions, which on
further exploration by the team focused to one
condition

A definitive diagnosis of a complex messenger RNA
disorder with a prevalence of about one in 1
million people.

Photo: Case files of 15t UDP-WA case
(right stack) but missing 3 current
files still in circulation

The child has now been referred into the
appropriate management pathways and carries a
diagnosis, outcomes for which the family are
greatly appreciative.
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. . Government of Western Australia
Undiagnosed Diseases Program ﬁ? Department of Health
L *v. _ Child and Adolescent Health Service
s in favour of achieving a diagnosis

Cases selected by a multidisciplinary consultant expert team on the basis of clinical need and indicator
Genetic Counselling offered throughout the Program | Option to leave the Program at any time

Document : : —
Expert Clinical case e diagnostic | | Diagnosis Yes, Clinical L 5
Program \ revieu{ Panel (E(;P) for test report Referred
Information patient selection
identifies the No No
diagnosis onto best

clinical health

ECP creates an Clinical
assessment plan, assessment | pisonosis - Yes, Clinical | _y,
program coordinator and - Report pathways,
organises admission, investigation
clinical consultations and post- management
and investigations via admission CP No
PMH ACDF review
— and/ or
Yes Diagnosis Ye;, e |n|tca —>
Share data with the - epor available
Undiagnosed Diseases
Network No No .
trials
Clinical
o Report
Those remaining »
undiagnosed
E Disease better defined to

support best possible care

ALL CASES/FAMILIES RECEIVE AN OFFER TO PARTICIPATE IN RELVANT STUDIES AND FOR THEIR DATA TO BE USED IN ETHICALLY APPROVED STUDIES
ALL CASES/FAMILIES HAVE THE OPTION TO LEAVE THE PROGRAM AT ANY TIME



What can be done about it?
Policy and planning



Roadmap for policy and planning

National plan
Political support
Public support

Support by medical professionals

National alliance of people with rare diseases

Core Initiative group (patients & other stakeholders)

Taruscio et al 2010



Developing statewide policy

(ﬁa Govermnment of Western Australia
"l. Depariment of Health
A

WA Rare Diseases Strategic
Framework 2015-2018

health.wa.gov.au

VISION: The best possible health and
wellbeing for Western Australians living
with rare diseases (80% of which are
genetic)

Recognises rare diseases as a public
health priority

 Provides a framework for the
coordination of initiatives

« A focus on identifying gains in
efficiency and effectiveness of
services provided within the WA public
health system



Developing national policy

e Newborn Bloodspot Screening (NBS) National Policy
Framework

e A nationally consistent
approach to NBS that:
v’ Supports best practice
v'Increases transparency
v’ Strengthens governance
v’ Supports decision-making
v’ Offers guidance for monitoring and evaluation




What can be learnt from past experience?



Recommended content for the Australian
National Rare Diseases Plan (2011)

high level policy direction, that includes a collective definition of rare diseases;

guidance to adopt ICD-11 classification of rare diseases and the collection of
much needed data (surveillance);

information for all stakeholders, to guide referral, diagnoses, treatment and
access to support services;

a map of the services available to people with rare diseases;
best practice guidelines;
a coordinated research approach; and

opportunities for consumers to engage in rare disease planning and policy
development.



Putting the argument — learning from our ‘failure’ in 2013 to
gather support for an Australian Rare Diseases Plan

1. Concern about resources needed in an already stretched system
(duplication of services, extra services, cost benefit of services,
where would money come from?)

2. Professionals — lukewarm support from some existing disease
specific groups, contributed to lack of other states supporting us

3. Patient support groups — lack of long-term experience with a
combined advocacy group. Rare Voices Australia set up in 2012

4. Many useful learnings however — a setback only. Still advocating
and moving forward in 2016!



Government of Western Australia
Department of Health

What a Rare Diseases Strateg

What is a rare disease?

A life-threatening or chronically dabilitating disease which is statistically
rare, with an estimated prevalence of less than 1in 2000, and has a
high level of complexity such that spacial combined efforts are neaded
to address the disorder or condition. Rare disaases include muscular
dystrophy, cystic fibrosis and fabry disease.

Why are rare diseases important?

Estimates suggest there are between 5,000 to 8,000 rara diseasas,
which collectively affect 6-8% of the population. Extrapolating this to the
Australian population suggests that more than 1.2 million Australians
and 140,000 Western Australians are currently living with a rare diseasa.
Reports from consumers suggest that care for rare diseases is
fragmentad and uncoordinated and thus thers is an opportunity to
improve efficiency and effectiveness of the health system.

Compared with other diseasa groups, patianis with rare disaases
account for a disproportionately high cost to the health system. Data

is needed to quantify the collective impact of rare diseases in order to
inform policies and service planning.

WA Rare Disease Strategy

The WA Rare Diseasa Strategy will aim to provide:

= Dfficial recognition of the healthcare needs of people living with rare
diseasas

= A cohesive framework of WA Health's initiatives in relation to rare
diseasas

= Opportunity to benefit 190,000 Western Australians, their carers and
families

= Support for clinicians, researchars and policy-makers.
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What a Rare Diseases Strategy would do...

Carers would be able to say...

= My journey. in supporting my loved one, is easier and less stressful
due to greatar awarenass, by clinicians and government, of the issues
we face living with a rare disease

Thea importance of my knowledge and the information | can shara,

as a carer, is acknowledged in guidelines devaloped for health
professionals

= | am considered as a partnar with other care providers in the provision
of care, and the unigus knowledge and expanencas | have are
acknowledged

I have batter support through access to information about patient
groups across Australia.

= | have a greater awaraness of rare diseases and the issues and
challengas thay pose for patients, their carars and families, and the
dlinicians supporting them

= | know to question whethear tha paople | see, whosa symptoms | can't
explain, have a rara diseasa

I have access to information about rare disaases, to support me to
provide early and accurate diagnoses to paople with rare diseases

| have a better understanding of the services and specialisis to which

I may refer patients

= | have access to best practica guidelines on rara diseasas to support
ma to provide evidence-based care

= National clinical networks axist to support the development and

distribution of thasa guidelines, which means that | may contributa

my experiences and leamn from thosa of other clinicians.

Health care professionals would be able to say...

y would do for WA

Consumers would be able to say...

= Efforts are being made to ensure | raceive a timaly and accurate
diagnosis, and appropriate care

= | can access infernational clinical trials, and therefora new treatments,
through local lavel registries

= There are opportunities for me to work with governments to share my
expariencas and inform policies and programs for rare disaases

= My data is being recorded by hospitals in a meaningful way to enable
policy makers, servica providers and researchers a clear view of the
sarvicas |, and other people with rare diseasas, need

= | have batter support; | know how to connact with other patients, and
find the services and specialists that can halp me manage my disease.

WA Health would be abie to say...

= We have a clearer understanding of the

sarvicas accessad by people living with
rare diseasas in our state, which may
inform the services we offer

= We have data on rare diseases and can:
consider trends over time; identify the
costs associatad with rare diseasas; and
use this data to inform sarvice planning
and policy davelopment

= We are supporting our clinicians and
care providers by contributing
to a plan that provides them with tools
to better manage rare diseases

= We have an understanding of the level
of coordination of care across the
sarvicas accessad by people with rare
disaases

L8

= We have in place policies and services to support a vulnerable and
isolated population of healthcare usars.

Producad by the Office of Population Health Ganomics
© Department of Haalth 2013

E: genomics@health.wa.gov.au

T- (08) 9222 6888

Delivering a Healthy WA



International experience —
how to copy and paste



Undiagnosed Diseases Network International, UDN-I, 2015 - 2016

United States
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ORPHANET USERS:
20,000 user accesses daily from over 200 countrie

2/3 Professionals
1/3 Patients and relatives

OFD h@@t www.orpha.net




International partnerships

International Rare Diseases Research Consortium — means to

diagnose most rare diseases by 2020, and 200 new therapies by
2020

Undiagnosed Diseases Network International

Orphanet — portal for rare diseases and orphan drugs - 20,000
users daily from all countries, 2/3 professional, 1/3 patients and
relatives

Global Alliance on Genetics and Health — resource for ethics, data
sharing and policy

Rare Diseases International — global alliance of people living with a
rare disease

UN NGO Committee for Rare Diseases



NEW PATIENT ORGANISATION
INITIATIVES

UN NGO Committee for Rare
Diseases

a multi-stakeholder, inclusive, global ecosystem
focused on rare diseases, which aims:

Rare Diseases International (RDI)

EURORDIS-led initiative (Europe), in partnership with
National Organization for Rare Disorders (USA),
Canadian Organization for Rare Disorders, Japanese
Patient Association, Chinese Organization for Rare
Disorders, Indian Organization for Rare Diseases,
Ibero-American Alliance for Rare Diseases (ALIBER),
French Alliance for Rare Diseases (Alliance Maladies
Rares), International Patient Organization for Primary
Immunodeficiencies (IPOPI), Dystrophic Epidermolysis
Bullosa Research Association International (DEBRA
International), among other groups.

* to create the global alliance of rare disease
patients and families.

e to be astrong common voice on behalf of the
people living with a rare disease around the
world,

e toadvocate for rare diseases as an international
public health priority, and

e torepresent/ enhance the capacities of its
members

To increase visibility of rare diseases at the global
level

To extend and share knowledge about rare
diseases and their unmet needs

To connect NGOs interested in rare diseases and
their partners within a global platform

To promote international, multi-stakeholder
collaboration and actions for rare diseases

To align rare diseases as a global priority in public
health, research and medical and social care
policies

The formal inauguration of the Committee is due to
take place at the UN headquarters in New York in
November 2016

The unified voice for all Australians living with a rare disease

rare voices

A U S T R A L | A




Participation Goal

Promise to the Public ISHNEE

Adapted from the International Association for Public Participation : IAP2 Spectrum of Public Participation

' PUBLIC EMPOWERME

To Provide
balanced and
objective
information to
assist them in
understanding
the problem,
alternatives,
opportunities
and/or solutions

We will keep you

To obtain public
feedback on

analysis,
alternatives and/
or decisions

We will keep you
informed, listen to
and acknowledge
concerns and
aspirations, and
provide feedback
on how public

vinion influenced
.he decision

Involve

Work directly
with the public(s)
throughout the
process to
ensure that
concerns, and
aspirations are
consistently
understood and
considered

We will work
directly with you
and the wider
public(s) to
ensures concerns
expressed are
directly reflected
in the alternatives
Jeveloped and
the how public
input influenced
the decisions

Collaborate

Partner with the
public(s) in each
aspect of the
decision
including
development of
alternatives and
identification of
the preferred
solutions.
Manage all
parties

We will partner
with you and the
wider public(s) in

each aspect of the

decision and
innovation
processes. Your
advice,

‘ecommendations

will be
incorporated to
the maximum
extent possible.

Empower

To place final
decision-making
in the hands of
the public

We will
implement your
decisions



Collaboration and partnerships — government & peak rare and
genetic diseases groups

€
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.3 Department of Health

“ﬁ;‘ k Government of Western Australia
1" . Office of Population Health Genomics
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e A small group in government can catalyse a large amount of energy and
networks

 National and international partnerships and networks are available and
share freely —you just have to join

* You can choose the path forward that fits you and the timeframe — there
are plenty of ‘small wins’ at the beginning



International Partners

K K <K

Genetic Alliance

QQEURORDIS

Rare Diseases Europe

Rambow

Across
Borders

C&@LD

Canadian Organization
for Rare Disorders

rare voices “;é"‘»

S T R A L I A



Rare diseases: what will you ask for?

Draw on your own experience and words — ‘a difficult
diagnosis, lost in the dark, left behind and running low’

Ask for something
Don’t ask for more than three things
Ask for advice (politicians, policy makers etc.)

Don’t ask for money or specific treatments - ask for an
open transparent system of resource allocation

Reassure them about your ongoing role and support

Know your friends! Insiders and outsiders together
achieve great things, but have different roles

Show them that you are not ‘conflicted’
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