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Introduction

This is the first Implementation Plan under the 2018-2021 National Health Genomics
Policy Framework. The National Framework was developed by the Commonwealth and
states and territories under the Australian Health Ministers’ Advisory Council (AHMAC)
governance arrangements. It was agreed by the Council of Australian Governments
(COAG) Health Ministers in November 2017.

The National Framework is a blueprint for coordinated action by governments, health
professionals, non-government organisations and industry to work in partnership to
embed genomics in the Australian health system.

Some States and Territories have individual genomic policy strategies; however, this is
the first time in Australia that a national strategy articulates short to long-term goals
across a number of key policy areas which impact on the health system and health
outcomes. The National Framework provides an overarching framework for
state/territory strategies and local hospital networks, with some examples of actions
at state/territory level captured in the Implementation Plan.

The purpose of the National Framework is to:

e establish a high level policy Framework to give coherence to, and guide
government activity across public genomics policy (noting that the focus of the
first iteration is health care applications that are informed by, or based on,
human genetic or genomic testing);

e drive improved performance of mainstream genomic services in delivering
better health outcomes;

e give visibility to the ethical, legal and social issues associated with genomics
and ensure they are included in the development and implementation of all
public policy and research; and

e provide national leadership toward embedding genomics in the health system.

The Implementation Plan has been developed by the Commonwealth Department of
Health, under the guidance of an AHMAC jurisdictional reference group (reporting
through the Clinical Principal Committee) to support the National Framework.

Responding to Consultation Questions

Stakeholders are encouraged to respond to the consultations questions throughout
the document which are also compiled together at the end of the document.
Respondents are also welcome to provide comments through track changes when
seeking to make minor amendments to the current draft text.

The Actions included in this draft are intended to be appropriately led at a national
level and achievable. These criteria should be considered when proposing new any
new Actions.

Responses to: genomics@health.gov.au
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Background

The National Framework aims to help people live longer and better lives through
harnessing the benefits of human genomics in a cost-effective, equitable, ethical way
in the Australian health system. It sets the direction for a nationally co-ordinated
approach to genomics which avoids duplication of effort and leverages current activity.

The National Framework identifies five key strategic priority areas for increased
national effort:

1 | Person-centred approach: Delivering high quality care for
people through a person-centred approach to genomics
2 | Workforce: Building a skilled workforce that is literate in
genomics.

3 | Financing: Ensuring sustainable and strategic investment
in cost-effective genomics.

4 | Services: maximising quality, safety and clinical utility of
genomics in health care

5 | Data: Responsible collection, storage, use and
management of genomic data.

It also recognises that these priorities must be underpinned by clear governance
arrangements, a responsible approach to ethical, legal and social issues and
stakeholder engagement.

Sector consultation

A broad range of stakeholders were identified and consulted with extensively on the
development of Framework. Public stakeholder forums are being held in Sydney and
Melbourne, together with an expert roundtable in December 2017 on the draft
Implementation Plan. These forums together with written submissions from
organisations representing researchers, consumers, healthcare professionals and
individuals will inform the Implementation Plan for the Framework.

Translating the National Framework into Action

The Implementation Plan acknowledges that involving all governments and the wider
community is pivotal to addressing the challenges associated with harnessing the
benefits of genomics for all Australians. The first Implementation Plan establishes the
groundwork for the National Framework. It proposes strategic projects and actions
that will drive results over the longer term while implementing high-priority actions in
the short term. As the National Framework has a long term vision, some actions are
expected to go beyond its initial three-year lifespan.

The Commonwealth and states/territories are already making substantial investments
in genomic health care, including clinical and non-clinical research streams. While no

Responses to: genomics@health.gov.au
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additional funding is available at this time to take forward new proposed projects and
actions in the Implementation Plan, governments are expected to consider these as
priorities for any further investment as resourcing permits.

Some states and territories are developing their own implementation plans that will
reflect their priorities that will contribute to delivering on outcomes under the
National Framework. These implementation plans are expected to outline the actions
already being taken locally and reflect new initiatives being undertaken to support key
national priorities.

Purpose and Scope of the Implementation Plan

The Implementation Plan incorporates activities being undertaken across various
sectors to encourage and enable collaboration and information sharing.

Roles and responsibilities

Each level of government has specific roles and responsibilities across the range of
health policies and programs that involve or are becoming increasingly influenced by,
human genomics. The Framework does not change the nature of these roles and
responsibilities, but seeks to create a more cohesive approach across all governments.
The Framework recognises that coordinated and comprehensive planning is required
between all levels of government and across a range of portfolios. The Framework
embodies this approach with all levels of government involved in both its development
and implementation.

While the National Framework is the responsibility of the Commonwealth and
states/territories under the AHMAC governance arrangements, the work and
cooperation of research organisations, public and private pathology laboratories,
healthcare professional organisations, educational leaders, peer support groups and
the private sector are integral to achieving the overall vision of the Framework. Some
of the key activities undertaken by these stakeholders are reflected in the
Implementation Plan.

Timeframes of the Implementation Plan

Indicative timeframes have been proposed for each activity as:

e short-term (12-18 months);

e medium term (18-24 months); or

e longterm (more than 24 months).
Timeframes indicate the expected length of time required to complete the proposed
activity, noting some activities that are flagged as long-term are ongoing and are likely
to go beyond the lifespan of the first iteration of the National Framework.

Responses to: genomics@health.gov.au
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Governance

Governance is essential for driving and co-ordinating implementation of the national
Framework. To ensure that all governments are involved and work is taken forward in
a cohesive way, it is appropriate for the governance arrangements to be established

under the AHMAC structure.

National Action

Timeframe

Lead

Responsibility

evaluate the National Health

This evaluation will begin in
2020 and be completed
during the life of the
Framework. It will be
completed in time to inform
the future directions in
health genomics policy.

Genomics Policy Framework.

will commission an
independent
evaluation, including
development of an
evaluation plan.

Action i: Governments will The National Health | Shortterm | CPC
establish governance Genomics Policy

arrangements through the Reference Group

AHMAC structure to provide | will provide advice

advice on the to Clinical Principal

implementation of the Committee (CPC) on

National Health Genomics the options

Policy Framework. available.

Action ii: Governments will The Commonwealth | Long term AHMAC

Question 1: Do you have any comments on the proposed governance arrangements?

No
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Accountability - measuring and reporting

National Action Timeframe Lead
Responsibility

Action iii: Governments will Short term | CPC
request CPC deliver an
annual report for
presentation to Health
Ministers on the
implementation progress
of the Framework.

Action iv: Governments will | The CPC will Short term | CPC
develop a national system | commission the
performance framework* development of a
to monitor whether performance
genomics is being framework.
embedded in the health
system in an equitable,
cost-effective, efficient,
transparent and ethical

way.
Action v: Governments will | AHMAC will put in Short term | CPC
regularly review and place arrangements

update the Implementation | for a regular review
Plan over its three year life | of the

span in response to the Implementation Plan,
annual reviews on and for advice to be
progress. provided on the need

for it to be updated.

*Performance Framework

This framework is expected to include high level indicators of change as there is
currently no nationally consistent dataset on which to build a robust and reliable
evidence base. In the longer term, the National Stocktake of Genetic/Genomic Testing
will create nationally consistent definitions and collection methods for longitudinal
analysis of trends in the uptake of services.

Responses to: genomics@health.gov.au
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Question 2: How can the accountability arrangements, for implementation of the
Framework, be improved?
Establish auditing guidelines and standards to ensure that the policies within the
framework are adhered to. This will assist:
e Labs in developing a consistent approach in record keeping and data security.
e The development of standard genomics checklists to ensure when patients are
offered testing it is done in a consistent manner

Implementation of Strategic Priority 1: Person-Centred
Approach — delivering high quality care through a person-
centred approach to integrating genomics into health
care

Current government activities

Many initiatives to support person-centred care are underway nationally. Evidence
based guidelines are available to consumers and health professionals including the
National Health and Medical Research Council guidelines for direct to consumer
testing and genetic discrimination. Noting the fast growing domain of genomic
knowledge these guidelines may require regular revisions. Various policy, program
and communication strategies operate at all jurisdictional levels to support people in
the challenges and choices they may face when deciding on their health care. The
need for genomic education of families and patients is widely recognised as being
critical to maximising the potential benefits to patients while also managing
expectations.

The Commonwealth and states/territories are funding research through leading
research bodies and consortiums which focuses on a range of related issues including:
examining issues in context of genomic data sharing (including legal and non-legal
barriers); considering the patient experience and ethical aspects; mapping existing
materials; and piloting clinical genomics consent and research genomics consent
processes which could be adopted nationally.

Priority areas for action:

[These have been agreed to by Health Ministers and cannot be changed]

1.1 Improve support for individuals, and their families, to make informed choices
about genomic testing, and take responsibility for those choices and related risks.

1.2 Encourage appropriate referrals of genomic testing, that put the welfare and needs
of the individual first, thereby avoiding unnecessary testing

Responses to: genomics@health.gov.au
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1.2.1 Developing and promoting clinical practice guidelines and decision support
tools for engaging with individuals on their personal context and health
goals.

1.3 Engage relevant community patient advocacy organisations and consumers in
discussions of the consumer experience, as well as on the ethical, legal and social
issues of genomics.

1.3.1 Developing community engagement strategies to promote an
understanding of the application and impact on genomic advances in
health care, including the gap between testing and treatment options.

1.3.2 Exploring how the consumer experience can be captured and measured to
inform priorities and establish a baseline.

1.4 Promote public awareness and understanding of genomics, including through
linguistically and culturally safe and appropriate information resources for targeted
consumer groups.

1.5 Identify barriers to equity of access and develop a national approach to address
these, noting that access is multi-dimensional and includes location, cost,
availability and appropriateness (including cultural acceptability).

e Explore barriers to the uptake of genomic services including the
potential for discrimination (life insurance, employment, lifestyle,
access to services etc).

e Evaluating the delivery of genomic services in terms of being able
accessible, appropriate and culturally secure and responsive for
Aboriginal and Torres Strait Islander peoples

1.6 Investigate how genomics data can be integrated with electronic health records to
improve coordination of care, support better clinician decision-making and
facilitate seamless clinical pathways.

1.7 Explore the potential to develop integrated person and family-centred care
delivered by multi-disciplinary teams.

1.8 Identify and promote a standard model of consent that is sufficiently flexible to
support a person’s understanding of the potential implications of having their
genome sequenced, familial aspects and decision-making about any secondary
findings, as well as including provision for access by researchers if appropriate.

Responses to: genomics@health.gov.au



mailto:genomics@health.gov.au

CONSULTATION DRAFT — Syndrome Without A Name (SWAN)
— Response to Implementation Plan — National Health Genomics Policy Framework

Implementation Actions

To support people being involved in, and central to, their genome-directed diagnosis,
health care and treatment:

National Action Timeframe Lead
Responsibility

Understand the current Ethical, Legal and Social Issues (ELSI)
framework environment and identify relevant key issues.

Action 1:
Engage with the Attorney-General’s Department to explore Short term | Commonwealth
reviewing implementation of the key recommendations of
the 2003 Australian Law Reform Commission (ALRC) Report
Essentially Yours: The Protection of Human Genetic
Information in Australia.

Action 2:
A) Identify, map and collate consumer views on ELSI
including engaging with Aboriginal and Torres Strait
Islander populations and other vulnerable populations | short term | AHMAC -

to understand their perspective on ELSI (consistent —ongoing | Commonwealth,
with the principles of the National Cultural Respect states/territories
Framework for Aboriginal and Torres Strait Islander

Health 2016-2026).

B) Use the information from 2A to inform strategies and
communications around ELSI.

Action 3:
A) Develop and promote nationally consistent templates | Short term | CPC —
and guidance for consent to clinical genomic testing, Commonwealth

and consider the relationship to dynamic consent for
data sharing purposes.

B) Promote a national approach to managing secondary
findings.

10
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Improving health genomics literacy in the general community

Action 4:
A) Promote national consistency in content and Long term | CPC
terminology - ongoing

B) Review existing materials to identify gaps.
Prioritise development of new materials

Action 5:

ensure we are offering and understanding what a
person-centred approach looks like.

B) Engage with genetic peer support groups such as
SWAN and RVA to gain a better understanding of
what constitutes a person-centred approach

Long term | Commonwealth,
A) Workforce needs to be educated and developed to | - ongoing | States/territories

Question 3: Are the Actions identified appropriate for delivering on the ‘Person-
centred approach’ priority areas for action?

Yes, Action 2 reflects that education is needed and guidance should be sort from those
who understand consumer views on ELSI including ethnic groups and vulnerable
populations. Appropriate education resources need to be developed to cater for their
needs.

Action 3, outlines the need for national consistent standardised templates for genomic
testing and consent and data sharing. There is no mention of dynamic consent.
Genomic Alliances such as Melbourne Genomics Health Alliance has already done a lot
of research and development in this area so guidance should be sort from these expert
authorities rather than redevelop the wheel.

SWAN definitely supports a national consistent approach to managing secondary
findings. Consumer feedback should be regarded in the development of these
templates.

Action 4, needs to include the development of a national consistent glossary in both
medical terms and “everyday English” terms. Diverse health consumer groups,
communication experts and medical professionals should be involved collaboratively in
the review process of existing materials to identify gaps. The development of new
education resources (to include information about genomics and consent) for patients,
GP’s, allied health professionals, doctors need to be presented in different mediums
for different target markets

11
Responses to: genomics@health.gov.au



mailto:genomics@health.gov.au

CONSULTATION DRAFT — Syndrome Without A Name (SWAN)
— Response to Implementation Plan — National Health Genomics Policy Framework

There is a lot of work to do with regards to consumer education as there a lot of
misconceptions about genomic testing as a result of how genomic health is portrayed
in the media. We need to manage consumers expectations in the development of new
material. There should be engagement with a number of diverse consumer health
groups to discover what they want to know when it comes to genomics.

Question 4: Are the timeframes and leads identified for each Action appropriate? Yes

Question 5: Are there any additional actions that would support the implementation
of Strategic Priority 1?

We have included Action 5, which addresses the need for an understanding of what
constitutes a person-centred approach within the workforce and also the

need for peer support group engagement around what constitutes a person-centred
approach. A multi-disciplinary team and person centred approach is needed. Families
tell their story repeatedly and parts of the jigsaw puzzle get missed, appointments get
bumped and the anxiety of parents increase as they see yet another medical expert.
SWAN would like to be involved in these discussions as we have many families who
would happily share their experience of genomic testing — good and bad.

Implementation of Strategic Priority 2: Workforce —
Building a skilled workforce that is literate in genomics

Current government activities

Genomic medicine presents a major workforce development challenge. Many
states/territories are already taking action to better understand how the workforce
needs to evolve to support genomics as an integral part of mainstream clinical
practice. For example, NSW commissioned the report in 2017, The Changing
Landscape of the Genetic Counselling Workforce. The primary healthcare workforce is
also expected to take on an increasing role in determining access, linking patients to
appropriate genomic services, and help patients understand and deal with findings.

The Commonwealth is funding research into mapping workforce needs (through
audits, surveys, interviews etc) as a first step in understanding gaps and opportunities.

Priority areas for action:

[These have been agreed to by Health Ministers and cannot be changed]

2.1 Improve the genomics literacy and capability of the health workforce through the
development, delivery and ongoing maintenance of appropriate genomic
education, training and skills.

2.2 Build the capacity for, and promote access to, a skilled and literate genomics
workforce, through workforce strategies and planning at the national level.

2.3 Facilitate partnerships and networks to promote and support sharing of
knowledge.

12
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Implementation Actions

To upskill the broad health workforce through increasing capacity and capability in
genomics and bioinformatics:

National Action Timeframe Lead
Responsibility

Building an appropriately skilled workforce that is literate in
genomics.

Action 5:

A) Map the genomic workforce initiatives currently
underway and identify challenges to further develop
the necessary genomic workforce capabilities and Long term - | AHMAC -
consider strategies to support equitable supply and ongoing States/territories
distribution of that workforce.

B) Develop and enhance genomic literacy for the
broader health workforce including training needs of
health sector staff working with Aboriginal and Torres
Strait Islander peoples.

C) Engage with relevant professional bodies and colleges
who oversee and inform postgraduate health
workforce training.

D) Build collaborative relationships between
governments, professional bodies and tertiary
education providers to streamline health genomics
curricula. These should include upskilling GP’s in
genomics and maternal health nurses and allied
health professionals including social workers.

E) Offer incentives to attract suitable workforce such as
higher pay, job security and source workforce from
overseas if required

F) Engage with genetic peer support groups and work
collaboratively with them to better support patients.

13
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Question 6: Are the Actions identified appropriate for delivering on the ‘Workforce’
priority areas for action?

Yes, but due to workforce shortages, there can be a flow on affect. Often patients wait
several months to see a geneticists and this can lead to increased anxiety levels
impacting on the patient or patients families mental health. Appointments can get
cancelled at the last minute with no substitute appointment with another geneticists
offered at that time. Looking at the bigger picture and outside the square, perhaps
adopting the “Undiagnosed Nurse Model” that is in use at Great Ormond Street
Hospital might be useful with assisting with coordinated care and limiting conflicting
information and treatment plans.

Better health records could eliminate patients repeatedly telling their story and parts
of the genetics jigsaw puzzle getting missed. It is important to develop and enhance
genomic literacy for the broader healthcare workforce working with all sectors of the
community.

More “Masters of Genetic Counselling” university places should be made available
with more placements available for students. Genetic counsellors should be able to
apply for a genetic counsellor provider number and allowing them to be registered by
Medicare, would lessen the workload of medical professionals who are yet to increase
their knowledge of genomics.

More postgraduate courses promoting genomics as a career path need to be available
to increase workforce numbers. However career promotion in this area could even be
aimed at high school students. Sourcing medical experts from overseas and offering
incentives to attract a suitable work force might also be the answer to workforce
shortages.

Another option would be to engage with genetic peer support groups and work
collaboratively with them to better support patients. They often support patients
before and often long after they see clinicians. You cannot underestimate the value of
peer to peer support groups that operate with very little or no Government funding
saving the Commonwealth thousands of dollars each year.

Question 7: Are the timeframes and leads identified for each Action appropriate? Yes

14
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Implementation of Strategic Priority 3: Financing —
Ensuring sustainable investment in cost-effective
genomics

Current government activities

The Commonwealth is taking a lead role in building capabilities and experience to
support the development, submission, and assessment of applications to the Medical
Services Advisory Committee (MSAC) for funding of new genetic/genomic testing
services.

There is a collective effort by the Commonwealth and states/territories to strengthen
the evidence base for demonstrating the cost-effectiveness of genomic services by
exploring and reporting on economic evidence that supports the integration of
genomics into health care. This includes working with the Global Genomic Medicine
Collaborative to review evaluation methods and criteria for genomics tests.

Priority areas for action:

[These have been agreed to by Health Ministers and cannot be changed]

3.1 Consider genomics in the context of any broader review of health technology
assessment to support national consistency.

3.2 Develop partnerships, funding and data sharing approaches for genomics that
promote access to safe, efficient and cost-effective services.

3.3 Develop a national research agenda for genomics and identify opportunities to link
to Commonwealth and state/territory research priorities.

3.4 Better understand the role of the private industry, and the opportunities for
partnerships to support the development and sustainable application of genomic
knowledge.

3.5 Collaborate across governments and stakeholders to maximise investments and
reduce duplication of resources and efforts.

15
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Implementation Actions

To ensure Australia’s investment in genomic health care and research delivers
actionable results that lead to people living better and longer lives:

National Action Timeframe Lead
Responsibility

Sustainable and strategic government investment in
clinical services

Action 6:
Leverage existing mechanisms and processes to develop Short term | AHMAC
nationally cohesive approaches to Health Technology

Assessment (HTA) for genetic and genomic applications.

Action 7:
Examine equitable financing and purchasing models to Medium Commonwealth,
inform the appropriate integration of safe, effective and term states/territories

cost-effective genomic healthcare delivery.

Sustainable and strategic research investment

Action 8:
Foster partnerships and stakeholder engagement to drive Long term | Commonwealth,
innovations in genomic health care to support individual and | - ongoing states/territories
population health outcomes.

Action 9: Medium CPC
Map current research activities and explore options to term
strengthen national coordination of genomic research to
inform the development of a national health genomics
research agenda.

Action 10: Need to share data and knowledge globally not Long term | Commonwealth,
just within Australia, this will lead to cost savings and Ongoing states/territories
increased diagnosis rates

Action 11: Need to invest in genetic peer support groups to Ongoing Commonwealth,
keep them sustainable and resourced so they can offer states/territories
ongoing support to families

16
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Question 9: Are the Actions identified appropriate for delivering on the ‘Financing’
priority areas for action?

Yes, we agree you need to acknowledge existing infrastructure and identify gaps.
Investing now in labs, equipment, workforce, education, communication resources and
genetic peer support groups, will be the key to a sustainable genomics health care
system. Data sharing programs such as Matchmaker, POSSUM and FaceMatch need to
be developed with patient portals to empower consumers to be proactive when it
comes to finding a diagnosis. Terminology needs to be consistent amongst these
genetic data basis or at least offer translation e.g. wide spaced eyes would be
translated to hypertelorism.

We should use existing pipelines, infrastructure and resources such as the ones
developed by the Melbourne Genomics Health Alliance to reduce duplication of
resources. Laboratory processes and systems should be streamlined for consistency
across labs and the States.

Question 10: Are the timeframes and leads identified for each Action appropriate?
Yes with the exception of Action 9 which should be ongoing. We need to invest in
research as it will be cost saving in the long term. Often research is patient driven and
often patients become the “best expert” when it comes to their own rare disease or
that of a family member.

Question 11: Are there any additional actions that would support the
implementation of Strategic Priority 3? (Note new Actions can be incorporated by
adding rows to the table).

We have added Actions 10 and 11 as we believed data should be shared globally not
just nationally to allow more genetic conditions to be diagnosed and treated. Action 11
recognises the need for genetic support groups to play a vital role in supporting
genomic medicine within the community. Peer support groups can have huge cost
savings to the mental health sector, often by limiting isolation, anxiety, confusion,
uncertainty, frustration and vulnerability and depression amongst their members. They
often assist with grief, and assist families prior, during and after hospital admissions.
Many of these support groups are staffed purely by volunteers and this is not
sustainable as volunteers burn out. Peers support groups support members at the
grass roots level and are often the more in touch with their member needs than health
professionals.
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Implementation of Strategic Priority 4: Services —
Maximising quality, safety and clinical utility of genomics
in health care

Current government activities

The Therapeutic Goods Administration, within the Commonwealth Department of
Health, is responsible for continuing to ensure the quality, safety and performance of
genomic tests so that patients and clinicians can receive accurate and meaningful test
results. Regulatory approaches enable innovation in testing and timely market access
to genetic/genomic tests that are safe and fit for purpose.

The Commonwealth and states/territories are also supporting research to identify
appropriate pathways for genomic research to translate into safe, effective, and cost-
effective clinical application.

Priority areas for action:

[These have been agreed to by Health Ministers and cannot be changed]

4.1 Review and build on guidelines, regulations and standards to ensure genomic
applications: are evidence-based; nationally consistent (where appropriate);
demonstrate clinical utility; and align with agreed national ethical approaches.

4.2 Strengthen processes to identify, promote, monitor and report best practice in
clinical genomics, including sharing of data and information.

4.3 Maximise genomics research opportunities that aim to resolve clinical uncertainty
and improve quality and safety
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Implementation Actions

To ensure that the use of genomics in health care is based on the best available
knowledge, evidence and research and the outcomes of treatment are used to help
improve care:

National Action Timeframe Lead
Responsibility

Action 10: Commonwealth,
Update guidelines on genomic testing and research as Short term | states/territories
appropriate including direct to consumer testing, and

encourage a national adoption and consistent approach.

Action 11:
Provide advice to the Standing Committee on Screening to Medium Commonwealth,
inform a nationally consistent approach to a position on term states/territories

genomic population screening.

Action 12:
Support and promote development and sharing of evidence | Longterm | AHMAC
based clinical practice guidelines and decision support tools
for referrals to clinically appropriate genomic healthcare
services.

Action 13:
Use the National Stocktake of Genetic and Genomic Testing | Shortterm | CPC
and other data sources to identify potential inequities in
service provision and access.
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Question 12: Are the Actions identified appropriate for delivering on the ‘Services’
priority areas for action

Yes, the guidelines need updated and developed and reviewed to ensure that they
cover information that is useful to consumers and not just clinicians, such as the
expected time frame in which sequencing should be returned. Too many times SWAN
members experience high levels of anxiety waiting for test results to be returned in an
estimated time frame which can easily double in the time it takes for test results to be
returned. The returning of test results should be a main stream practice; genetics
consultation, genetic counselling appointment, referral to peer support group, follow
up appointment (could be phone call or video conferencing), check in every 6 months,
opt in or out. Opt in if you want to be notified if someone else is diagnosed with the
same rare genetic condition. That way patients have the option to reach out for
further support when circumstances change e.g. change in behaviour or symptoms
develop.

Research data needs to be shared worldwide and patients should have the opportunity
to partake in research if appropriate. Too often patients hear about research
opportunities when deadlines have closed. There needs to be systems put in place to
improve research opportunities for patients.

With reference to Action 11, it doesn’t state what type of Screening e.g. newborn,
predictive, carrier screening, monitoring neither does it say who is eligible. Would you
need different guidelines for different types of screening?

We agree with Action 13, there needs to be ways of identifying potential inequities in
service provision and access.

Question 13: Are the timeframes and leads identified for each Action appropriate?
We think identifying potential inequities needs to be done initially but should be
reviewed annually to ensure we have captured and addressed any potential inequities,
especially in rural areas and amongst the population that aren’t good at advocating for
themselves or are from a CALD background or have a disability.

Question 14: Are there any additional actions that would support the
implementation of Strategic Priority 4? (Note new Actions can be incorporated by
adding rows to the table).

None that we can think of.
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Implementation of Strategic Priority 5: Data -
Responsible collection, storage, use and management of
genomic data

Current government activities

A number of jurisdictions are investing in developing standards, policies and
procedures to support a common infrastructure for the management and use of
clinical genomic data (including genotypic and phenotypic data). The next step is for
governments to agree a national approach to sharing health genomics data and
arrangements to agree and embed national health genomics data standards (taking
into consideration international approaches).

The key contribution of the Commonwealth is to develop a digital health framework
that can capture genomics information in a way which ensures that Australia’s digital
health foundations support the advancement of genomics.

Priority areas for action:

[These have been agreed to by Health Ministers and cannot be changed]

5.1 Establish a national genomic data governance framework that aligns with
international frameworks.

5.2 Explore infrastructure options for national genomic data collection, storage and
sharing.

5.3 Promote culturally safe and appropriate genomic and phenotypic data collection
and sharing that reflects the ethnic diversity within the Australian population,
including for Aboriginal and Torres Strait Islander peoples.

5.4 Develop nationally agreed standards for data collection, safe storage, data sharing,
custodianship, analysis, reporting and privacy requirements.

5.5 Promote public awareness of the contribution of all research activities, including
those funded through private industry, to advancing the application of genomic
knowledge to health care.

5.6 Support sector engagement with international genomic alliances to promote
shared access to data for research and global harmonisation of data where
appropriate.

5.7 Strengthen public trust of data systems and mechanisms so that people are
empowered to engage with genomic interventions in the health system.
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Implementation Actions

To support the collection and analysis of genomic data to drive improvements in
health outcomes for all Australians and provide a pathway to truly personalised health
care:

National Action Timeframe Lead
Responsibility

Action 14:
Develop a national genomic data governance framework that | Long term | AHMAC
aligns with international frameworks.

Action 15:
A) Develop robust national minimum security standards | Long Term | AHMAC /
for genomic data systems and data sharing, including Commonwealth

consideration of vulnerable populations.

B) Explore opportunities for integration of individual and
population genomic information with electronic
health records.

C) Consider, and nationally adopt, appropriate
international standards on phenotype and disease
classification systems.

Action 16:

Develop information resources for the general population, Long Term - | CPC —

and vulnerable groups in the community, on the implications | ongoing Commonwealth,
and benefits of genomic data sharing to build community states/territories
trust.

Action 17:

Develop a proof of concept for data sharing across systems. Long term Commonwealth

Action 18:
Develop a rare disease national register which will assist with
more patients being diagnosed with having a rare disease. Long term Commonwealth

Rare diseases are fragmented and difficult to diagnose
because of their complexities and lack of research into them.
A national research register will have a positive impact on
diagnosing more rare diseases both within Australia and
worldwide.
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Question 15: Are the Actions identified appropriate for delivering on the ‘Data’
priority areas for action?

Yes, SWAN certainly agrees with Action 15. Minimum national security standards need
to be adopted at the very least. The more streamline and securely accessible
information is, the better outcomes and the more transparent it is for everyone. A
national adoption of the international standards on phenotype and disease
classifications will make a consumer’s tasks of interpreting medical journals about their
disease easier. A worldwide consistent classification is very much needed. We would
like to see patients to be empowered to use these worldwide classifications when
loading up information to databases such as POSSUM. Many consumers are highly
motivated to find answers for being undiagnosed or for better treatment plans. They
will often make the time to seek answers where a geneticists time is often limited.

We strongly agree with Action 16 too as we feel the media has misinterpreted genomic
medicine and it will take time to build consumer knowledge trust and confidence.
Consistent language used in educational resources in “lay persons” terms will be the
crucial when earning consumers confidence with regards genomics. Genetic peer
support groups can assist in building patient trust about genomic testing and we would
like to see Government support them to do just that. Some genetic peer support
groups already have developed good communication and education resource to assist
their group understand genomic medicine. We should continue to build on these
resources. Peer support groups are often in a position to share access to data for
research, so we should utilise them.

Question 16: Are the timeframes and leads identified for each Action appropriate?
Yes

Question 17: Are there any additional actions that would support the
implementation of Strategic Priority 5? (Note new Actions can be incorporated by
adding rows to the table).

Yes, we believe Australian needs to establish a rare disease register. It is difficult to
find a doctor interested in researching a rare disease without evidence that there is
more than one person who has that condition in Australia. It is also difficult for
patients to connect with other people with the same rare diseases other than through
social media. Having a rare disease register will empower patients to drive research
into their rare disease which will lead to more opportunities for clinical trials and
better treatment plans for patients. The register will also assist in diagnosing more
patients with rare diseases as the more people diagnosed with a rare disease, the
easier it will be to diagnose more patients with that same rare disease.

Question 18: Are there any other comments you would like to provide on the draft
Implementation plan?

Thank you for the opportunity to submit feedback. Please do not hesitate to contact
SWAN: 0404 280 441 or email Heather Renton — President (SWAN)
president@swanaus.org.au for any further information or clarification.
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Thank you for taking the time to provide feedback on the National Health Genomics
Policy Framework Implementation Plan. Please submit your comments by emailing
this document, with your comments compiled below, to Genomics@health.gov.au.

Responses to: genomics@health.gov.au
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