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Finally, we leveraged these molecular features to reprogram
Cas13b to silence several gene fusion transcripts that drive a
variety of tumours. We show that targeting the breakpoint of
fusion transcripts with de novo designed tiled crRNAs yields
very high and specific silencing, with absolute discrimination
between tumour-associated fusion transcripts and the wild-type
variants expressed in normal cells.
Taken together, this study provides a molecular blueprint for
Cas13b reprogramming against pathogenic transcripts.
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The eye is uniquely suited to gene-based therapies designed to
target degenerative disease affecting the retina. These include
progressive Mendelian inherited single gene disorders that lead
to retinal degeneration and severe visual impairment. Inherited
retinal disease is the most common cause of visual impairment in
working aged Australians and is largely incurable. A number of
gene-based therapies have reached clinical trial phase, with one
granted TGA approval in 2021. Whilst this is certainly an
exciting time for clinicians and patients alike, many challenges
remain. This presentation will summarise the current status of
retinal gene therapy, the surgical technique for gene delivery and
future directions.
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Genetic pathology is a rapidly evolving field that plays a crucial
part in diagnostic, prognostic and treatment decisions that
directly influence the management of patients. Molecular testing
errors resulting in false-negative or false-positive results can
therefore be harmful to patients. To ensure that patients receive
reliable results, participation in external quality assurance (EQA)
programs is both an ISO requirement and essential to guarantee
optimal clinical testing and reporting. The purpose of EQA
programs includes continuous evaluation and monitoring of
laboratory performance for specific tests, identification of inter-
laboratory differences, evaluation of method performances, and
the harmonisation and standardisation of testing and reporting to
improve results comparability. Presently, the RCPAQAP offers
EQA programs mainly to clinical laboratories within the
Australasia and Asia regions amongst a number of EQA pro-
viders based in Europe and the United States. A review of the
2020-2021 laboratory performance in the RCPAQAP
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Molecular Genetics EQA programs, and the potential risks to
patients, will be discussed.
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Australian Genomics is an initiative that supports nationally
funded genomic research projects. In doing so, Australian Ge-
nomics brings together key stakeholders into networks, with the
express goal of using the outcomes of this research to help shape
the equitable and robust delivery of clinical genomics in the
Australian healthcare context.

The Clinical, Diagnostic and Research (CDR) Network is one of
these key networks, with a multidisciplinary group over 80 ge-
nomics researchers, diagnosticians and healthcare professionals
from across Australia. The frequency of the meetings for its
stakeholders offers a more rapid, diverse and discursive
communication forum than the various annual meetings such as
Path update and HGSA, helping the genomics community keep
abreast of the latest international and nationally relevant de-
velopments in our rapidly moving field.

The network meets regularly to discuss genomics initiatives,
issues and opportunities, and to share the latest advancements in
the field. Guest speakers present at each meeting on genomics
initiatives, research and technological advances. The network
also provides a forum for Australian Genomics and external
stakeholders to engage the nation’s genomics experts in initia-
tives of national and international significance, with recent ex-
amples including the consultation response to the Pricing
Framework for Australian Public Hospital Services, consultation
responses to MSAC applications, and Australian Genomics’
business continuity plan.

A key challenge is ensuring that Australian Genomics can offer
its support and acquired expertise to the genomics community
beyond the life of the current grant. To this end, consultation is
underway to develop an enduring continuity plan.
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