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Genomic sequencing provides hope for families with pregnancy loss
A study led by the Centre for Cancer Biology (an SA Pathology and
University of South Australia alliance) and Women’s and Children’s
Hospital is giving hope to families with pregnancy loss.
It’s a fact not often talked about openly: six stillbirths occur in Australia
each day. In fewer than 20 per cent of cases the cause remains
unknown.
And despite scientific advances, the rate of perinatal death has
effectively remained unchanged in the past two decades.
That’s why an Adelaide team of researchers has turned to genomics for answers. The ground-breaking study
is seeking to understand the proportion of stillbirth and perinatal deaths that can be diagnosed by genomic
analysis.
The Genomic Autopsy Study, as it is known, was initially supported by Australian Genomics to establish a
national research program into the causes of perinatal death. A $3.4 million injection from the Medical
Research Future Fund (MRFF) last year enabled its expansion and a dramatic reduction in turnaround times
for results.
The study now has recruitment sites in all Australian states and territories except the Northern Territory, with
Royal Hobart Hospital the most recent to join.
Scientific lead Professor Hamish Scott from the Centre for Cancer Biology said the results were encouraging:
“More than 230 families have taken part in the study so far, and we now have about two families a week
coming in.”
He said about half of those families received either a definitive or “extremely suggestive” answer which
enabled many of them to plan their next pregnancy with confidence. Nine of the families had used their
diagnosis to facilitate the birth of seven healthy babies.
“We aim to prove that genomic analyses can be used in a really meaningful way for routine investigation of
stillbirth,” he said. “This can prevent families having more than one of these tragic occurrences and reduce
the overall number of stillbirths.”

RCPA award recognises ground-breaking work
We are proud to announce that Dr Max Kernich, a microbiology
registrar at SA Pathology has been awarded the Royal College of
Pathologists of Australasia (RCPA) Research Foundation Grant and
Award for his project on developing Cytomegalovirus (CMV) resistance
testing using next generation sequencing (NGS).
CMV is a multi-tissue tropic virus that can cause multi-organ damage in
immunocompromised patients, particularly in solid organ and
haematological transplant. One the major challenges of treating CMV
diseases is the lack of a sensitive assay for detecting antiviral
resistance in those with early stage of CMV viraemia, leading to
delayed effective antiviral treatment.
Dr Kernich has undertaken the challenges of developing a CMV resistance assay using different NGS
approaches. Under the supervision of Dr Lex Leong (genomic scientist) and Dr Chuan Kok LIM (clinical
virologist), Dr Kernich has embarked on the project of testing out different sequencing technologies in
acquiring the complete genome of CMV. In addition to detecting known antiviral resistance genes, this
project will explore the utility of NGS in detecting novel resistance and other cellular factors that contribute to
the invasiveness and tissue tropism of the virus.
The award is a significant recognition by the RCPA to Dr Kernich innovation and dedication to improving the
health care of vulnerable groups of patients.

SA Pathology now offers Anti-Mullerian Hormone testing
AMH is a hormone produced by reproductive tissues. It is produced in
the Sertoli cells of the testis in males and in the granulosa cells of the
ovary in females.
In women of reproductive age, AMH is produced by the ovarian follicles;
these follicles contain and support the eggs prior to fertilisation. The
more ovarian follicles a woman has, the more anti- Mullerian hormone
her ovaries can produce. The serum level of AMH thus reflects the
patient’s ovarian reserves.
As the number of ovarian follicles (eggs) decrease with age, the levels
of AMH fall; a test result of <11 pmol/L is suggestive of a reduced
ovarian reserve. Women with reduced ovarian reserve have diminished
fertility and an increased risk of miscarriage. This is why AMH is
commonly referred to as the ‘egg timer’ test.
Why test for AMH?
Assisted reproductive fertility
Assessment of ovarian reserves in younger women
considering delay in childbearing.
Women considering/completing IVF or other fertility
treatments.
Women who have had chemotherapy or ovarian surgery
and want to find out if their future fertility has been
compromised.
Identification of women with ovarian hyper-stimulation syndrome.
Assessment of Polycystic Ovarian Syndrome (PCOS) – AMH
levels for PCOS patients are 2-3 times higher than age matched
controls.
Confirmation of menopause.
Investigations of sexual development disorders (DSD) and
delayed puberty in males and females.
Monitoring granulosa cell tumours of the ovary.
Cost
There is no MBS item for AMH testing.
Patients referred within the public hospital system will not incur any out of pocket expenses.
Patients referred from outside the public hospital system will be required to accept a $90 charge prior to
blood collection.
Clinical enquiries
SA Pathology will perform this assay twice a week. For questions about pathology results or to discuss AMH
testing, phone enquiries on 8222 3000 and ask for the on-call Chemical Pathologist.

New collection centres
Another two new Collection Centres opened this month, including a specialist paediatric collection centre
servicing the southern suburbs.
Adelaide Paediatrics, 221-223 Main South Road, Morphett Vale,
operating Monday, Wednesday and Friday 8 am to noon; and

Goydersline Medical Centre, 66 Irvine Street, Jamestown, operating
Mondays between 8.30 am and 11.30 am.

Follow us on Facebook
Following us on Facebook is a great way to get to know the SA
Pathology team and find out more about the work we're doing in the
clinical and research space.

Follow us

SA Pathology has been at the forefront of the response to the current COVID-19 pandemic. Our team of
dedicated clinicians, scientists, technicians, nurses and support staff are working 24/7 to ensure the health
and wellbeing of all South Australians.
Visit our COVID-19 webpage to find the latest information, health updates and resources on COVID-19.
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