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Historic ruling allows
private firms to patent
human genetic material
GSNV
Message from the Committee
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Private firms are allowed to hold a patent over cancer-causing gene
mutations, according to an historic ruling in the Federal Court on
February 15 that has wide-ranging implications for researchers and
cancer patients.
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HGSA urges Federal
Government to be prepared to
defend human genetic testing

The case centred on a gene mutation
called BRCA1, which puts women who
have the mutation at a higher risk of
breast and ovarian cancer.
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Health review panel adjusts funding
recommendations
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Research
Folic Acid in Pregnancy linked
with reduced autism risk

A US biotechnology company, Myriad
Genetics, had given exclusive rights in
Australia to a patent on BRCA1 to a firm
called Genetic Technologies Limited.

Ms Crossing said the judge found that the
fact BRCA1 is isolated by human intervention
renders it a “manner of manufacture. It’s an
unexpected interpretation. It’s still a human
gene,” she said.
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The group Cancer Voices Australia and
breast cancer survivor Yvonne D'Arcy had
challenged the firm’s right to the patent in
the Federal Court but lost the case today.

Cancer Council CEO, Professor Ian Olver,
said the case showed patent law should
be changed “to protect the community
from gene monopolies.”

Klinefelter syndrome

8

Federal Court Justice John Nicholas ruled
today that the company may continue to
hold the patent.

“Discovering and isolating genetic materials
is not inventive, yet the current law gives
licence to biotechnology companies to
claim ownership of naturally occurring
substances,” Professor Olver said. “The
catalyst for this case was the attempt by
Genetic Technologies in 2008 to monopolise
tests for BRCA1 and BRCA2 genetic
mutations, including demands that public
hospitals cease providing the tests," he said.
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“We are extremely disappointed and it has
far ranging impacts for people with cancer
and researchers who want to be able to
use these genes that have been patented,”
said Sally Crossing AM, spokesperson for
Cancer Voices Australia.
“The more we restrict use and allow
ownership of human genes to particular
commercial interests, the more difficult
and costly it is to undertake research,”
she said. “The finding is in relation to one

GSNV South Building, Level 9, Murdoch Childrens Research Institute
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breast cancer gene mutation, BRCA1, but
it could be applied to a patent over any
human gene.”

“Following community outrage, the
company withdrew its demands. But
there was – and still is – nothing in the law
to prevent such a demand being made in
the future.”
Cont. page 4
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GSNV
Message from the Committee
As a new board member and Vice President of the GSNV Inc., I am
pleased to contribute to this edition of the quarterly newsletter and write
a short account of the board itself.

Committee of
Management
President
Moira Rayner
Vice President
Katarina Rodonic
Treasurer
Margherita Coppolino
Secretary & Public Officer
Charlotte Stockwell
Assistant Secretary
Emma Swain
General Committee Members
Christine Williams
Kay Timmins
Kerri Carboon
Maree Kinniburgh
A/Prof David Amor

Committee
Meeting Dates 2013
Teleconferencing will be available
at all meetings.
Thursday 18 April
Thursday 16 May
Thursday 20 June
Thursday 18 July
The information in this Newsletter
is provided by the Genetic Support
Network of Victoria for educational/
		
informational purposes only. It is not
			
a substitute for professional medical
care and medical advice. The
contents express the opinions of the
authors who alone are responsible
for their views expressed. GSNV
does not accept any legal
responsibility for their contents.
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Every person on the GSNV committee
has some form of genetic challenge as in
the wider sense, so too has everyone in
the world community. Because genetic
disorders are so wide and varied, everyone
has a different struggle unique to their
set of circumstances. However what
every person on the GSNV board has in
common is a uniting force, strength of
character and sense of humour that lifts
them beyond the average person.
I have been impressed with Margherita’s
knowledge, sense of purpose and sense
of humour; Christine’s laughter and
determination, not to mention the twinkle
in her eye. Our esteemed secretary’s
organisational abilities, business acumen
and sense of fair play. Maree’s deep
knowledge of the medical system, diverse
knowledge and desire to create change.
Louisa the group Leader: astonishing in
her unwavering determination to progress
and help in this field. I could go on and
on... And on….

These are people who live daily with their
genetic conditions and are also wise,
knowledgeable, capable people who
would be an asset on any board and
any corporation.
Under the guidance and leadership of
our President Moira whose legal mind is
second to none and her compassion even
greater, the board is a formidable group of
people. They live with their conditions, they
fight it, treat it, handle it but they are not
defined by it.
Wanting to help those who in their own
difficulty are finding life hard are seeking
to improve a medical system that is not
perfect; to offer support to groups and
individuals in whatever way we can so that
they may find the best way possible to live
with their condition but not be identified by
it either.
Katarina Rodonic
Vice President

Message from the Team
Welcome to the first edition of the GSNV quarterly newsletter for 2013.
Our public engagements were kick started
with a huge Rare Disease Day (RDD)
campaign and the launch of a newly
formed support group, Primary Ciliary
Dyskinesia (PCD) Australia Association.
You can read all about RDD events on the
following page.
In 2013, our organisational planning will
be supported by some important strategic
goals and a business plan reflecting our
current working environment and the
needs of our members. We look forward
to ticking off a number of priorities in
2013/2014 and meeting the demands of
quality service provision.
We will soon be reporting on some
changes to our staffing as we sadly say
goodbye to our much loved Genetic
Support Coordinator, Lynley Donoghue.
Lynley is leaving the GSNV to take up a
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position as a Genetic Counsellor in Port
Macquarie, NSW. We thank Lynley for her
dedication and invaluable commitment to
the GSNV and above all, for her flexibility
in accommodating change. We wish
Lynley all the very best for the future and
look forward to her return to Victoria as an
ongoing member of the GSNV family.
We introduce this edition by asking
members to diarise Saturday April 13,
which is Undiagnosed Awareness Day. This
is a new and important day of recognition
supporting families who have experienced
an ongoing diagnostic odyssey.
In 2013, we will communicate reminders
on important dates of recognition and ask
all our members to alert the GSNV of any
issues that are particularly important to them.
Louisa Di Pietro, Group Leader

GSNV

by Catherine Kruljac

Rare Disease Day
In recognition of the Sixth Annual Rare Disease Day, the GSNV
hosted a seminar and morning tea at the Royal Children’s Hospital.
Bringing together support groups, families,
clinicians, researchers and those living
with rare conditions, the morning also
focussed on celebrating the contributions
made by many and the various rare
disease research activities supported by
the Murdoch Childrens Research Institute
(MCRI) and the Victorian Clinical Genetics
Services (VCGS).
The event was well received with an
attendance of over 80 people who joined
us to celebrate the day and help launch a
newly established and important support
group, the Primary Ciliary Dyskinesia
(PCD) Australia Association.
A range of presentations took place from
GSNV Group Leader, Louisa Di Pietro and
President, Moira Rayner, and an overview
of research at MCRI and VCGS from
VCGS Director A/Prof David Amor.
PCD Australia Association took the
opportunity to introduce their new support
group with a presentation from the current
President Catherine Kruljac and inspiring
speeches delivered by Bridget Bourke and
Curtis Reeder (both living with PCD) and
a wonderful reflection from Olive Paice,
grandmother of Curtis Reeder.
Dr Lucy Morgan joined us from NSW
to explain the facts around PCD and
extended her support for a PCD support
group that keeps close ties with clinical
services. Dr Phil Robinson, Dr Jo Harrison
and Dr Sarath Ranganathan (all from
the Department of Respiratory Medicine
at the Royal Children’s Hospital) also
extended their support and highlighted the
wonderful relationship that can be forged
between treating doctors, patients and
their families.
In support of the PCD Australia
Association and Rare Disease Day 2013,
a recorded presentation was delivered
from Hon Jenny Macklin, MP. The event
concluded with a panel discussion with

PCD Australia

contributions from Dr Lucy Morgan,
Dr Phil Robinson, Professor David
Thorburn from Mitochondrial Research
and Theme Director at the Murdoch
Childrens Research Institute, Mandy
Jacobs from the Australian Niemann-Pick
type C (NPC) Disease Foundation Inc.,
Bridget Bourke and Curtis Reeder.
The 2013 theme for Rare Disease Day
is ‘Rare Disorders Without Borders’ with
the aim of encouraging international
collaboration in research in order to
increase the chance of success in
understanding diseases and finding
therapies. Financial resources for research
will go further if pooled with other funding
from various countries. This is the idea
behind the International Rare Disease
Research Consortium (IRDiRC) which has
already rallied the support of 10 countries.
Policies in healthcare and social services
which have proven beneficial to people
living with rare diseases in one country
should be standardised and replicated
internationally. This is the idea behind the
European Union’s call for countries to
develop National Plans for Rare Diseases in
all Member States by the end of 2013. This
initiative is intended to improve coordination
of rare disease policies at the national level
– following a common road map – and then
to harmonise them across Europe.
The theme for 2013 reminds us that
tackling rare diseases with an international
perspective is particularly important,
in terms of research, health policy and
for the millions of patients and families
throughout the world who can break out
of their isolation though a vast international
network of solidarity.

“There are over one hundred million
people living with a rare disease
around the world. Take down
borders, for rare disorders.
Show your solidarity today!”

As the President of PCD Australia I was
delighted to see and feel the support
of everyone that attended our official
launch on Rare Disease Day at the RCH.
A big thanks goes out to Louisa and staff
for assisting us with invitations, agenda
and including us in this annual event. To
all who spoke and travelled to our event
and showed support, a big thanks as well.
Bridget and Curtis are great examples and
future leaders in our group – a job well done.
As we are a small group we still have a
long road ahead but it’s a small step to
greater things. Supporting those with PCD
and their families along their journey is this
one step in the right direction. This was
evident with a meeting of a new family
whose child was diagnosed at 15 weeks.
Talking to them put their minds at ease
and prepared them in some ways for the
journey ahead. Knowing they have this
support is comfort to them even though
their journey might be different.
Together we are stronger and by now
having this support group we will grow
in strength.

What is a rare disease?
•
•
•
•
•
•
•
•

•

A rare disease in Australia is defined
as one which affects 1 in 10,000
people or less.
There are up to 8,000 known
rare diseases, the majority have a
genetic origin.
Although each disease is rare,
collectively they affect up to 10%
of the population.
That is up to 2 million Australians of
which up to 400,000 are children.
Rare diseases can be life-threatening or
chronically debilitating.
Most begin in childhood and continue
throughout life.
Obtaining a definitive diagnosis is often
difficult and delayed, if diagnosed at all.
Neurological and intellectual disabilities
occur in about half of all cases
regardless of disease type and lead to a
loss of independence and opportunities.
Many rare diseases have no cure.
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NATIONAL FOCUS
Historic ruling allows private firms
to patent human genetic material
Cont. from page 1
Failing to change the law now to protect the community
from gene monopolies could lead to “a handful of
commercial interests owning the genetic materials
essential to cancer detection and treatment,” Professor
Olver said.

HGSA urges Federal
Government to be prepared to
defend human genetic testing
The Human Genetics Society of Australasia (HGSA) is
disappointed with the February 15 decision by the
Federal court, ruling that isolated human gene sequences
can be patented.
Kevin Carpenter, President of the Human Genetics Society of Australasia
Referring to the case involving a
patent held by Myriad Genetics
Inc., Associate Professor
Kevin Carpenter, President of
the Human Genetics Society
of Australasia reaffirmed the
Society’s view that intellectual
property rights associated with
genetic sequences, including
isolated gene sequences,
should be limited to the method
or process by which the genetic
information was ascertained,
or to novel inventions arising
from the information, not the
sequence itself.
“We remain committed to our
view that such patents are
likely to limit development,
improvement and diagnostic
use of genetic tests based on
that knowledge.” he said.
“This decision may well
encourage the license holder
in Australia and New Zealand,
Genetic Technologies, to once
again try to enforce their patent
and force public pathology
laboratories out of testing for

4

BRCA 1 & 2. The resultant
increased costs and restriction
of information flowing to
clinicians and researchers has
already been felt in the USA
where Myriad has a monopoly
on testing.”
Associate Professor Carpenter
urged the Federal government
to be prepared to defend
testing in the public sector
through Crown use provisions
or compulsory licensing.
“If current law is to be
interpreted as allowing
the patenting of naturally
occurring gene sequences,
we need efficient and effective
safeguards to address
concerns about the patent
system’s impact on access to
healthcare.” he said.
Source: https://www.hgsa.
org.au/2013/02/hgsa-urgesfederal-government-to-beprepared-to-defend-humangenetic-testing/
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Professor Dianne Nicol, a law expert from the University of
Tasmania who had followed the case said the judge “has
given a broad reading of the ‘invention’ requirement in
Australian law (referred to as manner of manufacture).”
“Using the language from a 1959 case, he says that
what is required is an ‘artificially created state of affairs’
and that without human intervention an isolated DNA
sequence does not exist outside the cell. This approach
was clearly open to the judge to take based on prior
cases,” she said. “However, it does mean that this
manner of manufacture requirement has very few teeth. It
is difficult to think of the circumstances where an artificially
created state of affairs would not exist whenever there is
some form of human intervention.”
Dr Luigi Palombi, director of the Genetic Sequence
Right Project at the Australian National University said he
was disappointed by both the result and the reasoning
used to arrive at it. “In my view, it turns patent law on
its head. The end result is that effectively now anything
that’s artificial — and that can be just simply removing
something from its natural environment — has the
potential to be patented,” he said.
Dr Palombi said the case had far-reaching consequences.
“Effectively, everything in the human body can be
considered patentable, the human body is now a
commodity. Its components are a commodity,” he said.
“It’s absurd because patents are about inventions and no
one invented the genetic mutations that are linked to breast
cancer. Myriad didn’t invent those genetic mutations.”
The ruling reasoned that merely pulling something out of
its natural environment qualifies it to be a patent, said
Dr Palombi.
“There is no sense of understanding of what patent law is
about, there’s no sense of the policy implications, there’s
no sense of the consequences of this ruling,” he said. “I’m
just appalled by the decision and I’m hoping now that the
government, or that politicians within the parliament will
try and address this.”
Source: http://theconversation.edu.au/historicruling-allows-private-firms-to-patent-human-geneticmaterial-12239

NATIONAL FOCUS

Health review panel adjusts
funding recommendations
The McKeon review of health and medical research funding is now in the government’s hands with
the review panel stepping up its focus on the return on investment. Paul Miller/AAP. Charis Palmer, The Conversation
The McKeon review of health and medical
research has reduced its short term funding
bid in the face of current federal budget
pressures. The draft review, released in
October last year, suggested an additional
$2-3 billion a year for the next ten years
was required to address the escalating
cost of healthcare.
The final report, handed to the government
last week, is understood to have divided
the funding bid into two five year periods,
with investment accelerating in the second
half of the decade-long period. The final
report is also understood to have a much
stronger focus on making an investment
case for the government. Review chairman
Simon McKeon said the review panel had
to have some regard for the declining fiscal
position of the nation.
“We looked more critically at our
recommendations particularly around
expenditure and in one or two cases they
moved out a little bit over time,” he said.
“We think the package as a whole is the
right one, it is affordable over a sensible
time frame, but there’s a bunch of things
that can be done in the first couple of years
that don’t require a lot of funding.”
The review panel made 21 recommendations
in the draft report, including redirecting at
least 3% of the Federal Government’s public
sector health budget to research. It also
recommended up to 1000 fellowships
for doctors and the establishment of
“Integrated Health Research Centres”,
bringing together hospital networks,

universities and medical research institutes,
to fast-track the discoveries that would
bring the greatest benefits to patients.
Mr McKeon said the panel wasn’t
suggesting a pilot as was the case with the
National Disability Insurance Scheme, but
that it was important for the process to be
reviewed after an initial five-year period,
given its size and importance.
He added that after 19 months, the review
panel still didn’t have an answer to the
critical question of how much is spent on
health and medical research and what the
country gets in return.
“There does need to be developed a focus
on health economics that we don’t have
enough in this country,” he said.
Health economist Nicholas Graves said
Australia needed to generate some
systematic programs of health services
research, a large part of which includes
measuring costs and outcomes.
“Scarcity and lack of funding is the biggest
public health issue we face and the way
we respond to it is going to be the biggest
issue over the next decade.”
He cited the UK’s National Institute for
Health and Clinical Excellence as a body
that helped the government of the day
make decisions about health funding.
“It’s something for the politicians to hide
behind,” Dr Graves said. “We can generate

the evidence but actually getting decision
makers to act on the evidence is very
difficult indeed. Bold reform in health is
a dangerous activity because if they get
it wrong they get hung out to dry by the
media and they lose their portfolio.”
Mr McKeon said the community as a whole
regularly said that health was the most
important issue.
“The government often talks about jobs
and the economy but actually survey
after survey says if you’re only allowed to
focus on one thing, it’s health. We have
the opportunity to build on what is a good
system but we can’t take it for granted.”
Source: http://theconversation.edu.au/
health-review-panel-adjusts-fundingrecommendations-12729

Disclaimer The presence of a link to an online resource does not represent an endorsement by GSNV of that site or its content.
GSNV assumes no responsibility for the type, amount or quality of assistance, support or information service produced by other
agencies or organisations.
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RESEARCH

Folic Acid in Pregnancy linked
with reduced autism risk
A new study has linked folic acid supplements in pregnancy with a 39%
lower risk of autistic disorder in the offspring but experts have urged
Sunanda Creagh, Editor, The Conversation.
caution in interpreting the results.
A new study has linked folic acid
supplements in pregnancy with a 39%
lower risk of autistic disorder in the
offspring but experts have urged caution in
interpreting the results.
Doctors have long recommended that
women aiming to fall pregnant take folic
acid supplements before they conceive and
during pregnancy because they lower the
risk of neural tube defects like spina bifida.
However, a new Norwegian study
of 85,176 children published in the
journal JAMA today found that maternal
consumption of folic acid from four weeks
before to eight weeks after conception
was linked with a lower risk of the child
developing autistic disorder.
Autism spectrum disorders include autistic
disorder, Asperger syndrome and pervasive
developmental disorder-not otherwise
specified (PDD-NOS).
The researchers analysed data from the
Norwegian Mother and Child Cohort Study,
tracking children born between 2002 and
2008. Results were adjusted for maternal
education level, year of birth and the number
of live children the mother had delivered.
The authors found 0.1% of the children
whose mothers took folic acid developed
autistic disorder, compared to 0.21% of the
children whose mothers did not take folic
acid in pregnancy. In other words, maternal
folic acid supplementation was linked with
39% lower odds of autistic disorder in
the offspring.
“No association was found with Asperger
syndrome or PDD-NOS, but power was
limited,” the researchers said in their paper.

6

“Use of prenatal folic acid supplements
around the time of conception was
associated with a lower risk of autistic
disorder in the MoBa cohort. Although
these findings cannot establish causality,
they do support prenatal folic acid
supplementation.”

“The findings only indicated a reduced-risk
for Autistic Disorder, and not for the less
severe forms of autism such as Asperger’s
Disorder or Pervasive Developmental
Disorder-Not Otherwise Specified,” said
Dr Whitehouse, who was not involved in
the study.

Co-author of the study, Dr Pål Surén from
the Norwegian Institute of Public Health,
said the women studied in this project were
recruited from all 19 counties of Norway,
and all categories of education and income
levels were well represented.

“The main word of caution is that the
researchers have only identified an
association and they cannot determine
whether folic acid causes a reduced risk
of autism spectrum disorder.”

“It is true that socially disadvantaged
women were underrepresented, but the
vast majority of Norwegian women are not
socially disadvantaged,” he said.
“Furthermore, we do not have reason to
believe that the association between folic
acid use and autism risk is considerably
influenced by selection bias in the cohort.
When we compared the MoBa population
to the general Norwegian population,
we obtained similar estimates of relative
risk,” he said.
“And if we were to speculate about the
potential effects of folic acid in socially
disadvantaged women, I would think it
would be greater, given that they are likely
to have poorer diets, with a lower intake of
dietary folate.”
Andrew Whitehouse an autism expert
at the Telethon Institute for Child Health
Research, University of Western Australia,
said the study was well-conducted and
showed that “mothers who took folic
acid prior to conception and during the
early stages of pregnancy had a reduced
likelihood of having a child with autism.”
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A second, very important finding, is that
folic acid supplementation did not lead
to an increased risk for autism spectrum
disorder diagnoses, he said.
“We know that folic acid is important for
the reduction of neural-tube defects, and
Australia has been fortifying flour since
September 2009,” said Dr Whitehouse.
“These findings indicate that this
fortification doesn’t lead to other
un-forecast problems, such as increasing
risk for autism spectrum disorder. This is
very comforting.”
Source: http://theconversation.edu.
au/folic-acid-in-pregnancy-linkedwith-reduced-autism-risk-12165?utm_
medium=email&utm_campaign=Latest
+from+The+Conversation+for+14+Feb
ruary+2013&utm_content=Latest+from
+The+Conversation+for+14+February+
2013+CID_6cb24b99ecf05b13c7b1c4
2948962db2&utm_source=campaign_
monitor&utm_term=Folic%20acid%20
in%20pregnancy%20linked%20with%20
reduced%20autism%20risk

RESEARCH

Atypical Haemolytic Uraemic
Syndrome (aHUS)
What is aHUS?
aHUS is an ultra-rare, life-threatening,
genetic disease that progressively
damages the vital organs. aHUS is
caused by ongoing, uncontrolled
activation of complement, a part of the
body’s natural immune system, which
leads to the formation of blood clots in
small blood vessels throughout the body.
These blood clots, called thrombotic
microangiopathy (TMA), present a lifelong
risk of sudden, catastrophic and lifethreatening complications that can occur
throughout the body, affect vital organs
such as the kidneys, heart and brain, and
can lead to stroke, heart attack, kidney
failure and death.
People with aHUS deteriorate rapidly.
65% of people die, progress to dialysisdependent end-stage kidney disease
or have permanent kidney damage on
the first appearance of the disease,
despite receiving supportive care. TMA is
chronic and aHUS can progress without
noticeable symptoms until sudden lifethreatening complications.

What causes aHUS?

kidney failure, however this is not always
an option as there is a high chance of
aHUS recurring in the new kidney.
Soliris (eculizumab) is a new treatment
which helps control the complement
system and the TMA process. Soliris is
the only treatment approved for aHUS
in Australia but is not funded by the
Federal Government.

More information and support
for people affected by aHUS
The aHUS Patient Support Group
Australia (aPSGA) was founded in
September 2012, to support all people
with aHUS and their carers and families.
The group aims to reduce the confusion
and isolation that comes from being
diagnosed with this very rare,
life-threatening disease. Its purpose
is to: connect and support Australians
affected by aHUS; increase awareness
and understanding of aHUS; and
advocate best possible care for patients,
such as the newly approved treatment for
aHUS, Soliris.

aHUS affects both adults and children.
It is caused by permanent genetic
mutations that lead to uncontrolled and
excessive activation of complement.
Usually, complement attacks foreign
particles and is highly regulated to
prevent it from causing damage to tissues
and organs. But in people with aHUS,
the body is unable to control complement
activation and the resulting damaging
consequences of TMA.

Further information

How is aHUS treated?

Information Source: Kavanagh D,
Goodship T. Hematology Am Soc
Hematol Educ program 2011;vol
2011:15-20. Hodgkins KS et al. Am J
Nephrol 2012;35-394-400. Loirat C,
Fremeaux-Bacchi V. Orphanet Journal
of Rare Diseases 2011;6:60.

In the absence of an effective treatment
for aHUS, doctors relied on supportive
care treatments such as plasma therapies
and dialysis. Kidney transplantation has
been used in people with permanent

If you have aHUS, are caring for
someone with aHUS or want to know
more, contact the aPSGA:
Phone: 0402 052 411
Website: www.apsga.org.au
Email: info@apsga.org.au
Facebook: aHUS Patient Support
Group Australia

A PERSONAL
STORY OF aHUS –

a Mum’s
perspective
My name is Kerri and I am Mum to 5
beautiful children. My second youngest
child, Ashley, has atypical Haemolytic
Uraemic Syndrome (aHUS).
When Ashley was born we thought we had
a healthy baby boy. When he was 6 months
old, our lives changed forever when Ash
was diagnosed with aHUS – an extremely
rare condition that can cause life-threatening
health problems like kidney failure, heart
failure and seizures. Ash spent so much time
in hospital, medical equipment became his
favourite toys! He was in hospital for his first
Christmas after diagnosis.
Life certainly changed with Ashley’s aHUS
diagnosis. Our family has had to make
significant adjustments as we all learn to
live with this disease. aHUS has been a
rollercoaster ride of good and bad days
and I’ve had to learn more about blood and
kidneys than I ever wanted to know!
After other treatments didn’t work, Ash was
hooked up to a machine 4 times a week for
a treatment called plasmapheresis. Since
then he has started a new treatment called
Soliris and now he can do nearly all the
normal things other kids do. We didn’t know
if he would live to see his first birthday, but
he did – and now he’s 4! He still has hospital
admissions but a lot less than before, and he
only needs treatment every 2 weeks.
I have at times felt lonely, exhausted, isolated,
bewildered by medical crises, worried about
Ashley’s future and concerned that I don’t
always have enough time for my other
children and my husband. aHUS can be a
very tough path at times. We don’t know
what the future holds but together we are
strong and we can deal with everything that
comes our way. That’s why it’s important to
reach out to others experiencing aHUS, so
we can help each other have a better future
as we learn to live with aHUS.
Ashley’s Mum, Kerri, is President of the
aHUS Patient Support Group Australia
(aPSGA).
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RESEARCH

Klinefelter syndrome:
Parents’ experiences of having a child with Klinefelter
syndrome and the role of a diagnosis in that experience
Elyssia Bourke is a medical student who has spent the past year researching families’ experiences of having a child with
Klinefelter syndrome and what it was like for them to receive a diagnosis. She has been supervised by Prof Sylvia Metcalfe,
A/Prof Pamela Snow, Dr Amy Herlihy and A/Prof David Amor.

What is Klinefelter syndrome?
Klinefelter syndrome (KS) is a relatively
common genetic condition, with one in
every 450 males in Australia having KS.
It occurs when males have an extra X
chromosome. This chromosomal change
can result in a wide range of physical and
non-physical features being present. It is
important to remember that all men with
KS are different, and there is no typical
presentation of KS.
Despite the high incidence of KS, only
25% of men who have it are diagnosed
throughout their lifetime. Furthermore,
only 10% of those that are diagnosed
are provided with this information prior
to puberty. Therefore, KS is a common
condition that is under diagnosed,
and when it is diagnosed, is often not
recognised early.
Parents are intrinsically involved in the
diagnostic process for children with KS.
When physical or non-physical features
are apparent early in life, especially if these
features are causing difficulties such as
language and learning problems, it is
generally parents who recognise these
problems and begin searching for a
diagnosis for their child. Often, parents may
spend months to years searching before
they are able to obtain a diagnosis.

What was this research about?
As outlined above, this research aimed
to understand parents’ experiences of
having a child with KS, and receiving the
diagnosis. Parents were interviewed one-
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to-one and this was either face-to-face or
via telephone. The interviews covered a
wide range of topics including the individual
with KS, the diagnostic process and
information provided to them by health care
professionals (HCPs) and others.

What did the research find?
Parents discussed a number of topics
throughout the interviews.
The first of these was the timing of the
diagnosis. Parents in this study received
a diagnosis for their child in one of three
categories– incidentally as a result of other
unrelated investigations; early in childhood;
or late, leading to a protracted process to
a diagnosis.
For those children who were diagnosed
incidentally, this occurred prenatally such as
through Down syndrome screening.
For the children who received an early
diagnosis (before two years of age), there
was often a physical abnormality that was
obvious to the parents and HCPs which
was used to justify testing for that child, and
as a result a diagnosis was made.
For those parents whose child experienced
a protracted or late diagnosis and was
diagnosed after two years of age, only
non-physical features were present in their
child, and due to the subjective and nonspecific nature of some of these difficulties
(e.g. learning difficulties or emotional
problems), parents waited many months to
years to obtain a diagnosis. Often by the
time they received this diagnosis, they had

Genetic Support Network of Victoria Autumn 2013

been repeatedly “brushed off” by HCPs,
falsely reassured that nothing was wrong,
or provided with an incorrect alternative
diagnosis that did not explain all of the
features present in their child.
Another important topic discussed by
parents were their concerns for the future
of their child.
Many parents were concerned about how
their child would cope with school and later
employment and whether they would lead
a productive and happy life. Many parents
also expressed concerns about the issues
surrounding the future fertility of their son
and how this might affect him. (Most males
with KS are unable to have children without
the assistance of IVF or other similar
treatments. Even with these treatments,
many are still unable to father children).
Some parents also had concerns about
sexuality and masculinity for their son.
Parents also reported that the information
available to them (provided by HCPs or
sourced from the internet or other avenues)
was extremely negative. In general, the
information available focused on the
limitations for their child and the ‘worst
case scenario’. Often, parents were not
presented with an overview of the variability
of the condition. Rather, parents reported
that their child having KS was portrayed as
a ‘death sentence’.
Other topics that parents discussed
included their reactions upon receiving the
diagnosis, the support that was available to
them and the variability of the physical and
non-physical features of KS.

RESEARCH
What are the conclusions from
this study?
•

KS is a highly variable condition that is
common and currently under diagnosed

•

The process that parents undergo to reach
a diagnosis of KS for their child, especially
when only non-physical features are present
is challenging

•

Information provision is currently focused
on the negative aspects of the condition,
and outdated information or the ‘worst case
scenario’ is provided to parents by HCPs or
through avenues such as the internet.

What are the implications for
practice?
A screening tool could be developed that
would allow HCPs to more easily recognise
KS, especially when only non-physical features
are present, to allow more individuals to be
diagnosed and for the diagnosis to occur earlier.

Elyssia presented the above research
findings related to parents’ experiences of
Klinefelter syndrome at a Genetic Support
Network of Victoria (GSNV) hosted seminar.
The GSNV’s role is to promote the interests
and wellbeing of people affected by genetic
conditions, and to facilitate this it runs two
to four seminars a year at the Murdoch
Childrens Research Institute on genetic
themed topics.
This seminar was focused on the individual
and clinical perspectives of Klinefelter
syndrome and was attended by a variety of
researchers and health care professionals, as
well as individuals with Klinefelter syndrome
and their families.
Elyssia’s talk was focused on parents’
experiences of the timing of the diagnosis
of Klinefelter syndrome and she also
presented a potential framework that may
aid to increase the likelihood of Klinefelter
syndrome being detected by health care
professionals.

Genetic Support Network of Victoria Autumn 2013
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SUPPORT GROUP NEWS

Where
GSNV
has been
January
•

GSNV Committee Meeting

February
•
•
•

•
•
•

•

MCRI Director’s Forum
NF Australia consultation
Melbourne Medical School,
University of Melbourne:
Patient Panel Lecture
PCD support group session
Masters of Genetic
Counselling: tutorial
Clinical and Public Health
Seminar: Collaborative
Research Meeting
GSNV Committee Meeting

March
•
•
•
•

SWAN support group session
ESIC Meeting
PCD support group session
GSNV Committee Meeting

3AW’s Villa Maria
Community Hero award
Congratulations to Prader-Willi Syndrome Association of Victoria President,
Tina Costanzo who was recently presented, live on the air, with 3AW’s Villa
Maria Community Hero award.
A mother-of-three who dedicated her time
to support individuals and families affected
by Prader-Willi Syndrome (PWS) has been
named as the first 3AW and Villa Maria
Community Hero.
Tina Costanzo, volunteer President of
the Prader-Willi Syndrome Association of
Victoria, was presented with the award live
on air by 3AW presenter Denis Walter on
February 26.
Each month until June, an inspiring
individual who has overcome the odds
to achieve their dreams, or who makes a
positive difference to their community, will
be chosen to receive a Community Hero
award. The initiative – run by Villa Maria
and top-rating radio station 3AW – aims
to ensure unsung heroes receive the
recognition they deserve.

Tina described being chosen as a “very
humbling experience.”
“I don’t see myself as a Community Hero
– I see myself as more of a mum on a
mission,” Tina said
Tina’s commitment to support individuals
with PWS – a rare and complex medical
condition which results in insatiable hunger,
extreme obesity and intellectual disability –
is driven from a personal connection.
To read the full article, http://www.
villamaria.com.au/news/539-mum-on-amission-now-a-community-hero.html.
To nominate other community heroes,
http://www.3aw.com.au/compcommunityheroes.

Congratulations to Anna Hickey, of the Australian Gorlin Syndrome Mutual Support
Group (AGSMSG) who will present at the 46th dermatology conference, May 2013.

Celebrating differences,
acknowledging
their worth,
gathering creative hearts
from all around
this earth.
- The Starlite Cafe
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RESOURCES

Aacorn Learning Application –
Enrol your child to learn, play and
trial a new learning Application

Undiagnosed
Children’s
Awareness Day
– April 13

On behalf of Creative Concepts, the GSNV is looking for young
children to trial a wonderful new interactive learning tool.

Saturday April 13 marks
Undiagnosed Children’s
Awareness Day.

The Aacorn App is a vibrant and fun
learning application designed to assist
communications and learning. It’s very
cool and if it is liked and approved by a trial
group, will be endorsed and promoted by
the Murdoch Childrens Research Institute
which has helped to develop it.
The GSNV is hoping to find young children
between the ages of 7 and 10 to play with
and trial the App and give it a rigorous road
test! Can you help? The only thing it really
requires is signing on to learn and play.
The trial and launch of the App will also
entail some media coverage. This is media
coverage can also raise awareness for
support groups, early intervention etc.

Please let us know if you can help me by
signing on to trial the App and if you can
help locate others or learning centres who
may be interested. Revolutionary Concepts,
the developers of the App are keen to
ensure this tool reaches the right target
group and can be used widely in education
and early intervention settings. Because
of the intention to engage media, the age
of trial participants generally needs to be
between 7 and 10.
Please indicate your interest by emailing
info@gsnv.org.au and we will get you
set up to learn, play and supply important
feedback on the learning features.

Chronic Illness Peer Support (ChIPS) Program
Do you know a young person that would benefit from a vibrant peer
support program for young people with chronic illness?
The Chronic Illness Peer Support (ChIPS)
Program is run from the Centre for
Adolescent Health at the Royal Children’s
Hospital and is for young people aged
12 – 25yrs with a primary diagnosis of a
chronic illness.
ChIPS invites participants to explore the
experiences and challenges of living with
chronic illness with other young people who
‘get it’. As a member you will also get the
opportunity to participate in socials, camps,
leadership training and much more! ChIPS
members like to have FUN!
Anyone can refer a young person to the
program (with the endorsement of a health

professional involved in the young person’s
care). Referral forms can be found on the
ChIPS website www.rch.org.au/chips

Newly established group
Syndromes Without A Name
(SWAN) Australia is having a family
day for all SWAN Parents, carers
and their children, and health
professionals with an interest in
SWAN Australia.
Hays Paddock
Longstaff St, Kew East
Saturday 13 April
10am – 11.30am
BYO Picnic Rug and Morning Tea
Contact Heather on 0404 280 441
or email admin@swanaus.com.au
for more information.

SWAN

Australia
Newly established
Syndromes Without
A Name (SWAN)
support group has
recently published
a great resource
on their group with
some basic faqs on the
diagnostic process that individuals
and families may experience.
Many thanks to
the following people
for their profession
guidance in producing
al
this brochure:
- Doctor Sue
White – Clinical
Cras	
  Dimalesuada
Geneticist & Dysmorph
- Louisa
	
  malesuada
Pietro –
ologist
	
  ligula.	
  
- Lynley Donoghue Group Leader GSNV
– Genetic Support
Coordinator GSNV

Syndromes	
  Without

If you have any questions about ChIPS,
or the referral process please get in touch
with the staff below:

Ut	
  lorem	
  odio,	
  m

This brochure

Jarnia Cameron
ChIPS Team Leader
jarnia.cameron@rch.org.au
(03) 9345 6616
Meagan Hunt
ChIPS Program Facilitator
meagan.hunt@rch.org.au
(03) 9345 6916

This brochure
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was produce by:

Syndromes Without

Tel:

Email:

Website:
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A Name (SWAN)

0404 280 441

info@swanaus.com.a

www.swanaus.com.a

is endorsed by

Genetic Support

Australia

u

u

Syndromes Without

Network Victoria

A Name (SWAN)

ABN: 60 997 297

Tel:
Email:
Website:

Organization

388

Australia

0404 280 441
info@swanaus.com.au
www.swanaus.com.au

http://www.swanaus.com.au/
images/Brochure/SWAN%20
Brochure.pdf
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GENETIC SUPPORT
& ADVOCACY

Peer Support Requests
The GSNV works hard to connect individuals and families interested
in sharing their experiences and insights with others. People
interested in contacting others “in the same boat” can advertise their
details through the GSNV and we will assist in making connections.

IN BRIEF
ABOUT THE GSNV
The Genetic Support Network
Victoria (GSNV) is a vibrant and active
organisation committed to promoting
the interests and well-being of people
affected by genetic conditions.
We assist individuals and families
with the 'human', non clinical side of
genetic diagnosis, living with a genetic
condition, and gaining access to
supports and services.
The GSNV assists in the set up of
new support groups and for those
already established, helps to broaden
awareness and assist in their activities.
The GSNV is committed to improving the
sense of isolation the community may
feel in dealing with genetic conditions.

SEEKING CONTACT:
The GSNV is looking to connect individuals with the following conditions:
•
•
•
•
•
•

Osteogenesis Imperfecta
Ring Chromosome 8
Langer-Giedion Syndrome
Undiagnosed Genetic Conditions
Incontinentia Pigmenti
Hereditary Sensory Autonomic
Neurophathy

The GSNV is proudly supported by the
Department of Heath Victoria.
The GSNV thanks the Murdoch Childrens
Research Institute for their ongoing
support for our work and the Lord
Mayor’s Charitable Foundation for the
generous grant which has made much
of our work possible.

12

Palmar Plantar Keratoderma
Carriers of Balanced Translocation
Stickler Syndrome
Cloacal Anomalies
Pitt Hopkins Syndrome
atypical Haemolytic Uraemic
Syndrome

Contact the GSNV office by phoning (03) 8341 6315 or by emailing info@gsnv.org.au
if you are interested in making a peer connection.

CALENDAR OF EVENTS
Energy for Life Walkathon
March 17
For more information visit
www.energyforlife.org.au

The GSNV is closely associated with a
wide range of support groups, clinical
genetic services and peak professional
bodies.

ACKNOWLEDGEMENTS

•
•
•
•
•
•

World Autism Awareness Day
April 2
Amaze Walk in Blue
April 7
For more information visit
www.amaze.org.au

Purple Day
March 26

Undiagnosed Children’s
Awareness Day
April 13
For more information visit
www.swanaus.com.au

Turner syndrome
National Conference 2013
April 6-7
For more information visit
www.turnersyndrome.org.au

Picnic Lunch
Australian Gorlin Syndrome
Mutual Support Group
April 21
Fitzroy Gardens
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