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Hopes local genomic testing pilot
will cut wait times for cancer
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llumina’

The government launched a two-year
pilot of a genomic testing programme

on Wednesday, allowing samples to be
analysed locally.

Health New Zealand would partner with
global genomics company lllumina to
deliver the testing, which would be
performed at Christchurch's
Canterbury Health Laboratories.
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Rare disorders

300 000 New Zealanders
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Ave >5 years <5% have
to diagnosis treatment
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30% of
babies dying
80% are in the first
genetic year of life




MANATU HAUORA

Aotearoa New Zealand Rare
Disorders Strategy -

Te Rautaki o Aotearoa e

Pa ana ki nga Mate Mokorea

Rare Disorders Strategy

Introducing new capabilities

Over time, new capabilities will be ”
introduced into the system to speed up ﬂ(
diagnosis and allow earlier preventive care.

New genomic testing for suspected rare
disorders will speed up diagnosis, especially
for infants and children. Rapid DNA
sequencing will allow precise identification
of a genetic disorder from among several
thousand possibilities, rather than testing

for one at a time. The capability and service
infrastructure to support early testing and
preventive care will be built over time.



World Economic Forum

In collaboration with
Alexion, AstraZeneca Rare Disease
Deloitte
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in rare
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Countries with publicly funded WES/WGS
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North America

Region Country

USA, Canada,
Mexico

Central/South
America

Brazil,
Argentina,
Colombia,
Peru

Europe

UK, Germany,
Belgium,
Denmark,
Netherlands,
Sweden, Italy,
Spain, Ireland,
Estonia,
Finland,
France

Middle East

Saudi Arabia,
Qatar, Turkey,
Israel

Asia/Oceania  Australia,
China, Japan,
South Korea,
Taiwan

Other South Africa

Phillips KA, et al. BMJ Global Health 2021;6:€004415




current state
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Exome/panel testing in New Zealand
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Exome sequencing
572

43%

Diagnostic rate

Families
tested
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Turn Around Time
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Challenges...

N

O) He Kakano
. Aotearoa Variome

Where relevant, allele frequency
data in New Zealand Maori
populations is incorporated
using the He Kakano /Aotearoa
Maori Variome Resource for
Clinical Diagnostic Purposes
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Unsolicited
findings

Data requests
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Pilot Overview

Whole Genome Virtual panels Cancer
Sequencing
Trio exomes to Retain testing in NZ Tria{ 150500 ) )
trio genomes on genome backbone comprehensive genomic profile
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Panels

1. RASopathy panel
Connective tissue disorders — EDS

Thoracic aortic aneurysm
Skeletal dysplasia
Osteogenesis imperfecta

A



Timeline
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Evolving workflows

FMRA Shared data
analysis mMIDNA N \ environment
Gene National test
arrayCGH panel dlreCtOFy
@ Wellington Reglonal

Genetic Laboratory
(WRGL)

o
: : Canterbury Health _

Consolidation of Laboratorgs (CHL) Standardised -

workflows within report formats

the laboratory
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% genomics
’ aotearoa

Strengthening connections

DNA
sequencing

Biomarker discovery

DNA extraction

(O Variant calling Biomarker-driven
clinical trials

g New analytical tools

Consent and
sample collection

Evolving Accelerating
genomic genomic
Patient healthcare research '

E-DERA

European Rare Diseases

Research Alliance
| T

De-identified
genomic data into
Research Environment

Genomic Tumor )
Advisory Board

® Outcomes from
real-world data

Automated
Interpretation

Review by
clinical scientists
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Secondary clinical

TE AHO data sources
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August 2028
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