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By Christopher Richards, Ph.D

Christopher completed his PhD in developmental and molecular 
genetics at Monash University in 2014. Following a brief stint in 
academia he has been working in the biotech industry and pursuing 
his passion for genetics and science communication in his spare time. 
Christopher also volunteers for the Genetic Support Network Victoria. 

The Charlie Gard case made international 
headlines last year when the fate of a 
terminally ill child was decided by the state 
and contrary to the wishes of his parents. 

Charlie Gard was born with mitochondrial 
DNA depletion syndrome (MDDS), resulting 
in severe deficiencies in his brain, muscle 
and respiratory function in addition to other 
conditions including congenital deafness 
and epilepsy. His London-based medical 
team explored numerous treatment options, 
however due to his deteriorating condition 
they recommended that it was in Charlie’s 
best interests to be allowed to die.

Charlie’s parents on the other hand, wanted 
to take him to a United States hospital that 
had agreed to perform an experimental 
treatment if it was paid for. Due to Charlie’s 
extensive brain damage, his medical team 
and independent consultants believed this 

treatment would be futile and only prolong 
his suffering. 

As the parents and medical team could 
not reach an understanding, the hospital 
took the case to the high court to make the 
final decision. The court ruled that it was in 
Charlie’s best interests to have life support 
withdrawn and only provide palliative care. 

Charlie’s parents appealed this decision 
numerous times and after a public, 
emotional and drawn-out four-month legal 
battle Charlie passed away in hospice 
care in July 2017 and did not receive the 
experimental treatment.

As a member of the medical team or as 
Charlie’s parents, what would you do in this 
situation? As was made evident during the 
Charlie Gard case, everyone will have 
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Influencing genomic medicine
The Melbourne Genomics Health Alliance 
Community Advisory Group (MGHACAG) 
Outstanding Achievement by a Volunteer 
– Better Care Victoria Innovation Award

The GSNV's Louisa Di Pietro is a founding 
member and original architect of the CAG.

One of the world’s first community-based 
groups to advise major clinical implementation 
initiative in genomics, MGHACAG has led the 
way in ensuring community perspectives have 
been taken into account. The Community 
Advisory Group has played an essential role in 
MGHA’s development of a proven, world leading 
model for providing genomic sequencing to 
people in the health care system.

Community Advisory Group Chair Jane Bell 
says the award is a wonderful affirmation and 
validation of the tireless effort from all group 
members—many of whom have children with 
genetic issues—and their contributions to the 
field of genomics. 'We’re a patient-connected, 
grassroots group of individuals, with a variety 
of skills, knowledge and networks. Yet we all 

have a clear idea on what we want to achieve, 
and we go about doing that with passion and 
commitment—all in our own time,' says Jane.

Formed within weeks of the founding of 
the Melbourne Genomics Health Alliance 
(MGHA), these volunteers have contributed 
as public speakers, actively influenced 
government policy, advocated for patients, 
directly influenced genomic research, and 
increased connections to benefit the work 
of MGHA. The MGHA model is now being 
adopted nationally and internationally.

I am so pleased our work has been recognised 
in this way and the foundations for a shift in 
the perceived role and benefits of a consumer 
advisory group are now in place. We have 
done some great work and the recognition 
of it as innovative and effective is excellent for 
consumers all round in the health sector.

Life Time Achievement –  
Louisa Di Pietro
In August this year I was honoured to 
be inducted into the Victorian Disability 
Award Lifetime Achievement Honour Roll 

in recognition of my work in health and 
disability.  It came as a great surprise and 
was a wonderful thing to happen after a 
somewhat difficult year. 

I was extremely humbled by the award 
presented by Kym Peake, Secretary of 
Department of Health and Human Services 
and the amazing words of congratulations 
and joy, and for me that came from 
everywhere. The awards ceremony was truly 
inspiring and I am truly moved to now be 
in a category of people who have made an 
enormous difference to many lives. 

The award reflects on my career and 
advocacy work to date, but also reflects well 
on the GSNV and the opportunities afforded 
to me through my work. The GSNV is an 
amazing facilitator for personal growth and 
professional achievement and my award 
would not exist without it. 

Louisa Di Pietro   
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The GSNV quarterly newsletter is published 
by The Genetic Support Network of 
Victoria Inc. The opinions expressed are 
not necessarily those of the GSNV staff 
or committee. The views and opinions 
expressed in this newsletter are those of 
the individual authors. The material in this 
newsletter is for information purposes and 
does not constitute medical advice. GSNV 
articles maybe sourced and reproduced by 
support groups and other forums, but the 
GSNV requests written advice beforehand 
and written acknowledgement of the source 
is provided, once permission is given.    

GSNV

This year will bring the commencement of 
the implementation of the National Health 
Genomics Policy Framework and a national 
collaboration to maximise resources 
and outcomes. The GSNV is privileged 
to represent the consumer voice on the 
Implementation Advisory Committee.

There are also exciting times ahead in Victoria 
as a number of initiatives are commenced. In 
2017, the State Government announced the 
provision of $8.3 million to fund public health 
system access to genomic testing for children 
and adults with rare conditions and diseases. 

At the GSNV, we are driven by principles of 
access and equity and we hope this is the 
beginning of creating broader access to 
genomic testing for all. We will see this start 
to impact this year increasing access, helping 

more people achieve an earlier diagnosis, 
care and treatment. The GSNV is also the 
consumer representative on the Clinical 
Genomics Advisory Group which meets with 
the Department of Health and Human Services 
to provide oversight and to collaborate on the 
implementation of this initiative. Melbourne 
Genomics and Australian Genomics Health 
Alliances also will continue their flagship work, 
completing current projects and beginning new 
ones. Our world will continue to evolve with 
increased knowledge and innovation.

Our role at the GSNV is critical to bring 
the community, (including the patient, 
carer and support group communities) 
and the science, together to promote 
communication and understanding  
and together seek  
optimal outcomes.

2018 will see the GSNV continuing our role as 
supporters, advocators and educators. We 
will ensure people are informed and continue 
to support patients and supporters. We will 
share what we learn with health professionals 
and seek to influence positive change. The 
GSNV will be actively involved with students 
of the new Masters of Genetic Counselling 
and we look forward to engaging in valuable 
projects and work placements for students. 

Watch out for new projects and ways 
to engage with us as we continue our 
commitment in 2018 that all people can 
flourish and all lives have possibility.

Monica Ferrie 
Chief Executive Officer  

Welcome to 2018 and it’s great to be with you. May 2018 prove to be your best year yet! I’m sure it will 
bring its challenges, its highs and excitement. It will certainly bring change as the express train that is 
genomics continues on its dynamic path.

Message from the team
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GSNV
Message from the Committee

The GSNV committee has a small 
but dedicated group of people with 
commitment and skills who continue to 
grow the connections with the rapidly 
changing world of genomics. 

Two new exciting groups have been 
established and have met regularly. The first, 
coordinated by Keri Pereira, is Supporting 
the Supporters, which is made up of 
representatives from support groups and 
focuses on collaborating ideas, resources 
and approaches for our support groups. 

The second, coordinated by Louisa  
Di Pietro, is the Lived Experience Advisory 
Group which gives opportunities for those 
with rare and genetic conditions to share their 
experiences and advocate for improvements 
in recognition and opportunities.

Monica Ferrie is leading the highly 
motivated staff team who are always 

there to support our committee, our many 
associated support groups and individuals 
with genetic and rare conditions. 

We welcome Louisa Di Pietro back in her new 
role as Education and Advocacy Strategist. 
We were so proud of her induction to the 
Lifetime Achievement Honour Roll at the 2017 
Victorian Disability Awards, recognising her 
years of commitment to equity and fairness 
for people with genetic conditions. I would like 
to congratulate her on such a prestigious and 
well deserved award. I am honoured to work 
with her and have her as a mentor.

As we continue to keep pace with the 
rapidly developing world of genomics, our 
team is working hard to achieve our vision 
that all those who have rare and genetic 
conditions are able to flourish.

Abbie Kinniburgh  
President  

I was honoured to be elected as GSNV President and have watched the 
organisation continue to flourish. The GSNV is a leader in the support of people 
and organisations connected with genetic conditions and rare diseases.

Anyone can become a member of the GSNV,  
and we'd love to have you on board. Our  
current members include support groups,  
individuals and families affected by genetic  
conditions, health professionals, students,  
and members of the community.

Membership entitles you to:

• Newsletter and eNews
• Genetic support and Peer connection
• Information, education and Free Peer  

Support Training
• Advocacy on behalf of members

More information: www.gsnv.org.au/ 
become-a-memberdonate.aspx  

GSNVMEMBERSHIP

We are winners!
I am very pleased to announce that the people and the work  
of the GSNV has been recognised this year by way of two 
achievement awards. 

SEEKING CONTACT 
The GSNV strives to connect individuals and families with others who have shared similar 
experiences. If you would like to make contact and share your experiences, please contact 
the GSNV office by phoning (03) 8341 6315 or by emailing info@gsnv.org.au

Disclaimer: The GSNV works to support contact between individuals and families to share experiences. 
However, in individual cases there may be differences in approach and opinion. Although the GSNV 
strives to make thoughtful and appropriate connections, those placed in contact are alone responsible 
for the views and opinions shared.  
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GSNV are an excellent support to 
'Support Groups'. Fabry Australia 
have a long standing relationship with 
GSNV since it formed and have found 
this Genetic Peak Body to be very 
supportive and resourceful for our  
small patient organisation. 

Highly recommend using their  services and reaching out to  them for guidance.



a different opinion about the ‘right’ thing to do, 
with many prominent bioethicists and public 
figures making statements supporting both 
sides. The intense publicity and media attention 
surrounding this case highlights the importance 
of thorough public discussion regarding what is 
a child’s best interests and how these types of 
decisions are made. 

What is the process in Australia?
Acting in a child’s best interest is essentially 
deciding what will have the best possible 
outcome for the child. 

This is an ethically complex question and 
involves weighing up the risks of a possible 
treatment or intervention with questions such 
as: Will they live a meaningful life? How long 
will they live for? Will they be free from pain? 
This is further complicated when the decision 
is considered in respect to the impact it might 
have on other family members or the carers 
long term quality of life. The burden of these 
types of decisions is immense and made even 
harder as there are often several paths forward, 
each providing different benefits. 

In Australia, apart from emergency situations, the 
parents of a child under 18-years of age are the 
lawful decision makers regarding treatments and 
withholding or withdrawing life-sustaining support. 
In some cases, where an adolescent is deemed 
to have a sufficient understanding of the situation 
they can make these decisions themselves. 

Disagreements between the family and medical 
team looking after the child do occur, however 
in the vast majority of cases these disputes are 
resolved through internal hospital procedures 
and may involve: 

• Obtaining a second medical opinion;
• Mediation between the two parties via a 

bioethicist, independent medical expert or 
other nominated person;

• A limited treatment trial to ascertain if the 
proposed intervention is beneficial, provided 
the trial is in the best interests of the patient;

• Patient transfer to another institution or 
appropriate medical professional.

If a way forward cannot be decided with the 
above processes the medical team or the 
family, can take the case to the Supreme 
or Family Courts in all Australian states and 
territories. In most cases, a Supreme Court 
judge will weigh up the arguments put forward 
by both sides and make a ruling on the best 

interests of the child under the parens patriae 
jurisdiction. Parens patriae translates as 
‘parents of the country’ and is a modern form 
of powers previously exercised by the reigning 
monarch who was presumed to act in their 
citizens best interests. This decision can be 
appealed in the Court of Appeals, however 
Australians do not have the option to take it any 
further. In the Charlie Gard case, the prolonged 
legal battle was a result of numerous appeals in 
domestic and international courts.

Who should decide the best  
interests of a child?
Conventional wisdom would suggest that the 
parents, who know their children the best, are 
the most suitable to make these decisions. But 
the burden of such decisions is in direct conflict 
with their logical and emotional will to not let 
their child die. Hence, oversight and guidance 
from medical professionals is not only necessary 
to help parents make these demanding 
decisions but to avoid prolonged suffering or 
abusive treatments that may be made from a 
misinformed or emotional state of mind.

There are usually multiple viable courses of 
action in these situations, all of which require 
the balancing of medical recommendations, 
respecting the parents’ wishes and ensuring that 
the child’s wellbeing takes upmost precedence. 
In this emotional situation with no clear answer 
amongst multiple viable options, finding such 
a fine balance is challenging and that’s why 
neither parents nor doctors can have the final 
say. In some respects, the courts are well 
placed to provide an impartial decision, as they 
do with all disputes in society, forming a last line 
of defence to ensure that the child is protected. 

Despite this, in the case of Charlie Gard 
this process resulted in an outcome no one 
wanted, let alone Charlie who endured months 
of avoidable intensive care treatment. This 
highlights that by moving these decisions to 
the courts, a number of negative factors are 
introduced into the process which do more 
harm than good. 

The very nature of the court system immediately 
places both sides into an adversarial position, 
making the chances of a mutual agreement 
very unlikely, which cannot be in the best 
interests of the patient. Furthermore, this 
process introduces fierce public and media 
scrutiny into an already emotionally charged 
situation, placing undue pressure on all those 

involved. This is well demonstrated by reports 
of abuse and death threats from the public 
directed towards the nursing staff looking after 
Charlie, when really these were the people 
doing their best to care for him. 

For these reasons, a big part of the public 
discussion should focus on the need for 
alternative processes to facilitate such disputes 
or the introduction of clearer guidelines/
regulations to govern the courts in making fair 
and timely decisions.  

Regardless of your values or stance on the 
Charlie Gard case, the complexity of the situation 
is clear when you consider it was perfectly 
reasonable for Charlie’s parents to want to take a 
small chance at improving their child’s health and 
it would have also been entirely justified for them 
to withdraw treatment. Likewise, the medical 
team’s motives for opposing the experimental 
treatment are just as understandable.  The reality 
of the situation is that no matter what guidelines 
or rules are put in place, these situations rarely 
have a clear solution and whatever is decided 
will never escape opposing medical, political, 
religious and ethical viewpoints. 

The decision to end a child’s life is one no 
parent, doctor or judge wants to make 
and although the emotion and conflict of 
these situations can never be fully avoided, 
introducing fair and reasonable processes that 
can alleviate the deficiencies highlighted in the 
Charlie Gard case would be a good place to 
start the discussion.  

If you’re in a situation such as this please 
speak to your medical professional or 
their supervisor to discuss your options. 
Below are links to some useful resources 
regarding end of life decisions for children 
in Australia, articles that consider these 
ethical questions in more detail and further 
information on the Charlie Gard case. 

 

NIPT can be performed when a woman is 
10-weeks pregnant or later, and is highly 
accurate for the most common chromosomal 
conditions that can occur in pregnancies. 
However, further invasive testing (such 
as Chronic Villus Sampling) is required to 
confirm a high risk result. Currently, most 
services check for Down Syndrome and 
other common trisomy’s, however, expanded 
testing for rarer conditions can also be offered 
and is becoming more readily available. 

In Australia, NIPT can cost parents between 
$400 – $1000 depending on the laboratory 
and the breadth of conditions screened for. 
In response to this, there are calls among the 
healthcare community to make the testing 
free under the Medicare Benefits Schedule 
for all women in Australia. 

Despite general acceptance of this, there has 
been some recent media attention addressing 
the concerns of groups who caution the 
results of NIPT are putting undue pressure on 
pregnant women to make decisions regarding 
terminating their pregnancy. Studies have 
shown that as reliable screening tests have 

become more accessible, there has been 
an increase in pregnancy terminations if 
screening shows the fetus is carrying Down 
Syndrome. From a healthcare perspective 
this has raised concerns that the potential 
economic impact of a child with Down 
Syndrome trumps the intrinsic value each 
individual life brings to the world. 

The GSNV supports any parent’s right to 
choose to undertake NIPT and advocates for 
parents to be supported at all contact points 
by educated health professionals to enable 
informed family planning choices. Further, the 
GSNV supports and advocates for accessibility 
for all and quality of informed choice. 

To gain a better understanding of NIPT and 
explore this issue further, we asked health 
professional Dr Alison Archibald and 
Hannah Pennington who both  
have experience in genetic conditions  
their opinion regarding  
the availability of  
testing and how the  
results should be  
interpreted.  

VOX POP
Non-Invasive  
Prenatal Screening 
Non-Invasive Prenatal Testing (NIPT) is a genetic screening test available 
for pregnant women that utilises a simple maternal blood test to detect genetic 
conditions in a fetus with a high level of certainty.  By Christopher Richards, Ph.D

 IN FOCUS 
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REFERENCES 
• rch.org.au/uploadedFiles/Main/Content/

caringdecisions/130890%20Caring%20
Decisions%20book_v1.pdf 

• end-of-life.qut.edu.au

• theconversation.com/when-parents-disagree-
with-doctors-on-a-childs-treatment-who-
should-have-the-final-say-64813 

• gosh.nhs.uk/frequently-asked-questions-
about-charlie-gard-court-case
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DR ALISON 
ARCHIBALD
It would be good to see testing 
made more widely accessible so that 
pregnant women and their partners 
can consider it as an option for 
screening in early pregnancy. 

This should include ensuring appropriate 
supports and education are in place to help 
people make decisions about screening, and 
to support those who receive a result that 
indicates a high chance of a chromosome 
condition in their pregnancy.

NIPT introduces another testing option for 
prospective parents to consider in early 
pregnancy and screens for a wider range of 
chromosomal conditions. So it is good that 
there are now more choices for women and 
their partners, however, the increasing options 
for genetic testing have the potential to make 
decision-making more confusing. It is therefore 
important that NIPT services are comprehensive 
and provide high quality information and 
support in addition to the actual test. 

Although NIPT is better at detecting 
chromosome conditions caused by extra or 
missing copies of chromosomes (aneuploidy), 
it is important to remember that it is still 
a screening test and is not considered 
diagnostic. This means that when a high risk 
result is received, diagnostic testing through 
CVS or amniocentesis should be offered. 

Because NIPT is better at differentiating 
between pregnancies with a high or low 
chance of chromosomal aneuploidy, this 
means fewer women find themselves in the 
position where they are considering whether 
to have a diagnostic procedure. 

Dr Alison Archibald is an Associate Genetic 
Counsellor at the Victorian Clinical Genetics 
Services (VCGS). She is part of a team 
providing genetic counselling for the VCGS 
screening programs: non-invasive prenatal 
testing, maternal serum screening and 
reproductive genetic carrier screening (for 
cystic fibrosis, fragile X syndrome and spinal 
muscular atrophy). The role involves working 
collaboratively with laboratory teams to ensure 
effective service delivery of the screening 
programs; and research and education 
regarding these screening programs.  

 

I am a 28 year old female with a 
degenerative muscular disease similar 
to that of Spinal Muscular Atrophy. I am 
the founder and facilitator of the GSNV 
supported group called Neuromuscular 
Support Group for Young Adults and 
have been active since 2014.

I believe that every woman and parents 
should have free/subsidised access to NIPT. 
Accompanied with the testing though; should 
be compulsory counselling offered by the 
particular health service providing the test. I 
think that it is incredibly important for women 
to be making their own informed choices 

regarding their bodies and pregnancies.  
As an individual who has undergone an 
abortion myself, I am extremely pro-choice 
and do not think women or parents should be 
scrutinised regarding their decisions when it 
comes to their future and the future (or not)  
of their offspring. 

The test will have a huge impact on 
parents, though if supported through the 
process appropriately I would hope that the 
outcome would be well thought out enough 
for all involved parties to feel at ease with 
their decision/s.

HANNAH PENNINGTON
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Regardless of who you’re attracted to, 
whether it be short, hairy, pot-bellied or 
muscly, most people are left to freely act on 
their attractions. Somewhat hypocritically, 
when this attraction is to the same-sex 
people face intolerance, discrimination and 
become a hotly debated socio-political topic. 

Sexual orientation is defined as the 
combination of sexual behaviours, attraction, 
identity and arousal. For the purposes of this 
article, sexual orientation will mean the sexual 
attraction of members of the same sex, both 
sexes or the other sex. 

Research into complex behavioural traits, 
such as sexual orientation, is important as 
they provide compelling insight into why we 
behave like we do. However, this research 
should not be used to support discrimination 
or be leveraged to muddy the waters 
surrounding what is fundamentally an issue 
of acknowledging basic human rights.

There is no widely supported scientific 
consensus to explain why someone develops 
bisexual, gay, lesbian or heterosexual sexual 
orientations. However, there is significantly 
more empirical evidence that supports 
a biological basis for same-sex sexual 
orientation as opposed to social theories 
that argue it is essentially a lifestyle choice 
that stems from social influences. Below is 
a snapshot of some the better and more 
conclusive studies in this area. 

A biological basis  
for sexual orientation

The biological basis of sexual orientation falls 
into two categories, genetics and non-social 
environmental influences. There has been 
a significant amount of research into the 
heritability and genetic influences of sexual 
orientation, with two major areas of research 
focussing on twin studies and molecular 
genetics studies.

Twin studies compare the similarity of 
identical twins that share 100% of their 
genetic material or fraternal twins that share 
50% of their genetic material for a specific 
trait, behaviour or condition. By comparing 
pairs of twins where both or only one has a 
same-sex sexual preference, scientists can 
separate and estimate the influence of genes 
vs environmental factors. 

A key observation from these studies is that 
not all identical twins share the same sexual 
orientation, clearly indicating other non-
genetic factors are at play. 

Despite this, the consensus from twin studies 
suggests that approximately 1/3 of the 
variation in sexual orientation between people 
can be explained by genetic differences. This 
does not inform the chances of individuals 
having a same-sex sexual preference but 
rather tells us that genetic influences play a 
somewhat minor role in the sexual orientation 
differences observed within a population. 

RESEARCH 

Do your genes control 
who you’re attracted to?

Considering there is evidence that sexual 
orientation is somewhat heritable, the next 
step is to take a closer look and try to identify 
which specific genes are responsible. To do 
this, studies compare targeted or random 
groups of people with or without a specific 
trait (in this case sexual orientation) and 
compare their genomes for genetic regions 
that occur more commonly than would be 
expected by chance. 

The accuracy of molecular genetic linkage 
studies relies heavily on comparing large 
numbers of people, which can be an issue 
due to the lower number of individuals who 
have a same-sex sexual orientation in the 
general population. 

Consequently, although regions on 
chromosomes X and 8 have been identified 
in some studies as linked with same-sex 
sexual orientation, research into this area is 
inconclusive with many studies not able to 
produce repeatable results. 

This is further complicated by the fact 
that, as with any complex psychological 
behaviour, the genetic influence of sexual 
orientation is likely the result of many small 
contributing genetic and epigenetic factors 
rather than a single controlling gene. 

Genes are not the whole story

Other than genetic elements, there 
is evidence that suggests non-social 
environmental factors play an important role 
in determining one’s sexual orientation. 

A common misconception is that 
environmental factors are only social in 
nature, however they can include many 
non-social aspects. The three foremost 
non-social environmental theories for sexual 
orientation are outlined below: 

• Fraternal birth order effect – Research 
has found that gay men on average 
have a greater number of biological older 
brothers compared with straight men. 
This effect has proven to be very robust 
with numerous cross cultural studies 
showing that the probability of a male 
being gay increases by 30-35% for each 
additional older biological brother.  

• Hormonal – Researchers hypothesise 
that exposure to different levels 
of androgens (hormones such 
as testosterone that regulate the 

development of male characteristics in 
utero) during key stages of fetal brain 
development may influence sexual 
orientation. That is, a gay man’s fetal 
brain may be exposed to less androgens 
than a straight man and vice versa for 
lesbian and straight females.

• Finger-length ratio – The length 
difference between fingers is set in 
utero with males and females displaying 
consistent and distinct differences. Some 
studies have shown that the finger length 
ratio of a lesbian woman is on average 
more masculine in ratio compared to a 
straight woman. This difference has not 
been shown between gay and straight 
men and requires further research. 

Moving on from biological influences, there 
are many hypotheses put forward to support 
a social basis for sexual orientation, with the 
most prominent and distasteful being the 
‘recruitment’ of younger naive people by 
older homosexual’s or the influence of same-
sex parents raising children. 

The evidence to support these theories 
is questionable at best, often anecdotal 
and is regularly driven by preconceptions, 
misunderstanding or hate.  Importantly, there 
is convincing evidence to dismiss these often 
insulting and degrading theories. 

• Childhood gender non-conformity – 
Cross-cultural studies have shown that 
adults who report or display conventional 
behaviours of the other sex during 
childhood are significantly more likely to 
have a same-sex sexual orientation.  These 
behaviours have been shown to emerge 
despite conventional gender socialisation 
and during a developmental period before 
sexual attraction is displayed, yet are 
extremely strong predictors of same-sex 
attraction in adults. 

• Extreme social and physical 
manipulation – Studies have shown 
that genetically born males, that were 
subjected to surgical removal of their 
genitals as infants (as treatment for 
sexual development conditions) and 
subsequently raised as girls, were typically 
attracted to women as adults. The fact 
that this extreme physical and social 
intervention early in life does not strongly 
influence sexual orientation undermines 
theories that suggest other less invasive 
social factors are responsible.

• Social acceptance – In recent years, 
the number of people who have reported 
having a same-sex sexual orientation 
has only risen by a small margin. This is 
likely due to increasing social acceptance 
and declining stigma. Even so, there 
has been no equivalent mass increase 
in people reporting same-sex sexual 
orientation, strongly undermining the 
argument it is a popular ‘lifestyle’ choice.

Scientists are still grappling to explain the 
genetic and environmental influences that 
control the seemingly simple trait of height. 
Therefore, it is unrealistic to expect a simple 
and concise explanation for a complex 
behaviour such as sexual orientation. 

Nevertheless, the current research 
convincingly contradicts the major social 
causal theories and supports a theory 
of combined genetic and non-social 
environmental influences. 

In the future, as our comprehension of the 
sophisticated genetic and environmental 
inputs that control such behaviours 
improves, research into this area will provide 
a greater understanding of human attraction. 

In the mean-time, when you next feel 
attraction towards the Michael Buble-esque 
person sitting across from you, take a 
moment to think about how you would feel if 
you were judged and discriminated against 
for this innate and understandable attraction.

Regardless of where you fall on the 
spectrum of sexual orientation, access 
to equal rights and freedom from 
discrimination should not be contingent on 
who or the reasons why you’re attracted 
to someone and we should welcome this 
diversity that makes each of us unique.  

Everyone has a ‘type’ and although most people like to think that they have a choice in the matter, scientific 
research suggests that an intricate mix of genetic and environmental factors – outside of our direct control – 
determine our physical and sexual attractions.  By Christopher Richards, Ph.D

REFERENCES 
The above is only a summary of the current 
research. For further details on studies and 
other research in this area, the Archives of 
Sexual Behaviour recently published a special 
section –  ‘The Puzzle of Sexual Orientation’ 
which can be found at https://link.springer.com/
journal/10508/46/1/page/1. 

Review article: Bailey, J. M., Vasey, P. L., 
Diamond, L. M., Breedlove, S. M., Vilain, E., 
& Epprecht, M. (2016). Sexual Orientation, 
Controversy, and Science. Psychological 
Science in the Public Interest, 17(2), 45–101. 
https://doi.org/10.1177/1529100616637616
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PROS

Increases the likelihood of a positive  
result because more genes are tested.  
This can increase options for early 
detection and treatment.

The large choices of available gene panels 
means that the genetic test can be tailored 
to the preferences of the patient.

Increased detection of changes in genes 
conferring moderate predisposition risks.

CONS

Studies suggest that unaffected individuals 
with a family history of breast or ovarian 
cancer who receive a positive result 
experience more psychological distress.

Increases the complexity of pre-test 
education and counselling, as it is 
important for the patient to understand the 
implications of what might be found.

Genes conferring moderate predisposition 
risks often do not have associated 
established clinical guidelines, and the risk 
profiles are not yet clearly defined.

Increased detection of variants of unknown 
significance (VUS). VUS lead to uncertainty 
and have been shown to moderately 
increase levels of distress in unaffected 
individuals with a family history of breast or 
ovarian cancer.

VUS are more often detected in non-
Caucasian populations. Often these 
populations are composed of ethnic 
minorities and have lower education levels 
and genetic knowledge, factors that can 
potentially lead to increased distress.

Potential for incidental findings. A patient 
presenting for testing with a particular 
type of cancer may also find that they 
are predisposed to other types of cancer, 
potentially causing further distress.

If people are self-funding, the cost is a 
factor. A larger panel can be significantly 
more costly, with very small chance of 
additional benefit.

 IN FOCUS  IN FOCUS 

Genetic testing for familial (inherited) breast 
cancer has traditionally focused on BRCA1 
and a similar gene BRCA2. Women who 
carry a disease causing (pathogenic) change 
in either of these genes, are predisposed to 
developing breast and ovarian cancer (can 
be as high as an 85% and 51% chance 
respectively, in their lifetime).

If such a pathogenic gene change is identified, 
patients who have cancer can be offered 
targeted therapy, and people who are currently 
disease free can be offered enhanced 
screening options to detect cancers early when 
they can be more easily be treated, and/or 
medications and surgeries to greatly reduce 
their risk of developing cancer. 

Surgery removing both breasts has been 
shown to reduce breast cancer risk by up to 
95%, and the removal of fallopian tubes and 
ovaries reduces the risk of ovarian cancer 
by 90% in carriers. It is currently thought 
5-10% of all breast cancers result from an 
inherited change in a gene that confers a 
high predisposition risk. 

Recent advances in research and sequencing 
technology have made available tests that 
also examine gene variants that confer a 
moderate risk (confer an increased breast 
cancer risk of two to fourfold compared to the 
10% risk in the general population). 

These moderate risk variants are currently 
thought to represent about 30% of all breast 
cancers, but since many of these genes have 
only been recently identified, they don’t have 
well defined risk profiles and guidelines for 
clinical management. 

Similarly, research into other familial cancer 
syndromes has uncovered additional genes 
that are not yet well characterised. 

Patients presenting for testing at genetic 
services can now be offered a choice 
between various cancer gene panels. 
People who only want information about 
their, or their family’s of cancer, can choose a 
panel test for genes known to be linked with 
their particular type of cancer. 

Alternatively, they can choose an ‘expanded’ 
panel test that examines more than 50 
different genes, covering the full gamut of 
known familial cancer syndromes. 

The availability of a range of panel tests has 
led to new dilemmas for people who are 
considering this type of genetic testing. For 
example, if you had a family history of breast 
cancer, would you also want to know if you 
are at increased risk of developing other 
cancers, such as bowel or stomach cancer? 

THE PROS AND CONS

Expanded gene  
panel testing for  
hereditary cancers

Moreover, it is now more common for people 
to self-fund genetic testing, introducing 
cost as a factor to also consider. The larger 
panels can increase the cost significantly 
(e.g. at one service, it is $425 for BRCA1/2 
testing, compared to $800 or greater for 
larger panels), and may only lead to a small 
chance of additional benefit (because the 
additional genes are rare or unrelated to their 
condition/family history).

Expanded gene panels can greatly benefit 
patients as they are more likely to uncover 
genetic predispositions to disease, which 
may lead to increased options for early 
detection and treatment. However, looking 
for changes in more genes, means that you 
are also now more likely to discover variants 
of uncertain significance (VUS). 

A VUS is change in a gene that is known to 
be associated with the condition of interest (in 
this case cancer), but that particular change 
has not yet been characterised well enough 
to be sure whether it causes the disease. 
Studies have shown that expanded panel 
testing for cancer returns a VUS in 22-33% 
of cases. Moreover, people of non-Caucasian 
background are more likely to receive a VUS 
result, because the genetic changes that are 
known to be pathogenic were characterised 
in mostly Caucasian populations. 

Since not much is known about a VUS, 
such a result alone would not warrant any 
intervention. When surveyed, people who 
have been found to carry a VUS have the 
poorest understanding of their results,  
and increased psychological distress 
compared to women where no genetic 
change was identified. 

Unaffected patients receiving a VUS result 
often report intentions to increase their 

cancer screening, despite having received 
genetic counselling that explained that 
screening should be guided by personal 
history and family history alone.

In summary, recent advances have led to the 
availability of expanded gene panel genetic 
testing. This increases choices for patients 
and the potential to enhance their treatment 
options. However, expanded panel testing 
also brings the possibility of increasing 
uncertainty if a VUS is detected. It is thus 
important for a thorough consideration of 
the pros and cons before such testing is 
conducted. Consultation with a genetic 
counsellor is recommended, as they can help 
you explore all the issues concerning your 
particular situation and goals. 

The table to the right summarises some of  
the pros and cons of expanded panel 
genetic testing.  

In 2013 Angelina Jolie wrote about her decision to have a preventive double mastectomy in The New York Times, 
leading to a considerable increase in public awareness about genetic testing for breast cancer susceptibility.   
By Nancy Amin

REFERENCES 
• nytimes.com/2013/05/14/opinion/my-

medical-choice.html
• nytimes.com/2015/03/24/opinion/angelina-

jolie-pitt-diary-of-a-surgery.html
• Antoniou, A. et al., (2003). Average Risks of 

Breast and Ovarian Cancer Associated with 
BRCA1 or BRCA2 Mutations Detected in Case 
Series Unselected for Family History:  
A Combined Analysis of 22 Studies. American 
Journal of Human Genetics, 72(5), 1117-1130.

• Chen, S. & Giovanni, P. (2007). Meta-Analysis 
of BRCA1 and BRCA2 Penetrance. Journal 
of clinical oncology: official journal of the 
American Society of Clinical Oncology, 
25(11), 1329-1333. 

• Lumish, H. et al., (2017) Impact of Panel Gene 
Testing for Hereditary Breast and Ovarian 
Cancer on Patients. Journal of Genetic 
Counselling, 26:1116-1129.

• Murray, A. & Davies, D. M. (2013). The 
genetics of breast cancer. Surgery (Oxford), 
31(1), 1-3. 

5-10%
High risk  
variants

30%
Moderate risk 

variants
65%

Sporadic 

(cancer that is not 
due to an inherited 

gene change)

Breast 
Cancer
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GENETIC SUPPORT & ADVOCACY

A Lived Experience Advisory Group (LEAG) 
can deliver expertise not just because of 
the ‘skills’ each member has, but also 
importantly because of their ‘insight’. 

Most commonly, a person is considered to 
be an ‘expert’ on a topic area because they 
have completed a certain level of formal 
education or training, or have extensive 
work and/or research experience in a 
particular area. 

People who have lived experience of a 
condition or set of conditions, and the health 
service interactions that manage it all hold an 
equally significant type of expertise. They are 
intimately familiar with many of the systemic 
and personal issues, and hold valuable 
perspectives about how to tackle them. 

For the GSNV the benefit of establishing an 
advisory group that consist of people with 

lived experience of a genetic/rare condition 
include: The voices of people who have 
genetic/rare disease experience that are 
traditionally missing from the planning, 
program and policy development processes. 

It is important that the systems, services, 
programs and policies that impact and 
address this area of health include and are 
accountable to people who are impacted by 
and have health system experience. People 
who are marginalised are resourceful and 
have strengths and assets that must be 
acknowledged in human service and  
policy-making. 

The GSNV Approach to a LEAG 

At the GSNV, we are totally committed to 
the right of every individual to flourish but 
we can never know what that means for 
each person. 

Unless we have a genetic condition that 
impacts our health and wellbeing, we can 
never imagine what it feels like to live with 
something that can make us different, feel 
different or create uncertainty for us  
and others.

A connection to lived experience is critical 
to our work at the GSNV – what we do and 
how we go about it, what we prioritise, what 
we advocate for, and how we allocate our 
resources. It makes us relevant and weighs 
our value, keeping us accountable to those 
we serve.

A connection to lived experience is also 
critical for others living the same experience. 
Sharing a moment, an experience, a life… 
can empower and support others.

 We recognise that people who live with 
genetic or rare disease can provide 
important and invaluable insights into the 

healthcare system, government systems, 
and support and community resources.  

The GSNV Lived Experience Advisory Group 
was formally set up in September 2017 
to do just that. It aims to draw from this 
wealth of knowledge, seeking to inform and 
influence practice and policy and positively 
impact the lives of people with genetic 
conditions and rare conditions. 

The LEAG is charged with exploring the 
concerns and priorities of its members, 
and harnessing some of that thinking to 
inform action items and advocacy strategies 
delivered by the GSNV. It’s a conversation 
piece, but our goal is to generate some real 
outcomes delivered by the GSNV and as 
recommended by the LEAG.

The aims of the GSNV LEAG are:

• To share experiences among the  
group, and the wider community

• To increase awareness for health 
professionals, and the broader 
community of the lived experience of 
people with genetic conditions

• To build a connection bank that can 
connect people with a condition to a 
lived experience of someone with the 
same condition

• To strengthen the community of 
people with genetic conditions  
and those who support them by 
building a living library of reference 
that is relevant

• To inform the advocacy priorities for 
people with genetic/rare conditions.

This group meets every six weeks 
throughout the year to discuss a range of 
issues from a viewpoint of their experience. 

Knowledge through Insight 
The Power of a Lived Experience Advisory Group (LEAG)
An advisory group of people with lived experience can be instrumental to forming recommendations and offering 
solutions related to a support agencies advocacy strategy, or actions designed to support the needs of their 
community. These contributions serve to strengthen the organisation while perhaps improving the quality of life for 
group members with the benefit of peer exchange. By Louisa Di Pietro

The HeLEX@Melbourne Research 
program was officially launched with an 
October workshop and an impressive 
participant list, bringing together 
academic, legal, health, clinical and 
research professionals. 

The GSNV was invited to participate 
as a respected advocacy organisation 
in Victoria, and because of its work 
with the Melbourne Genomics Health 
Alliance. The workshop teased out 
specifically the ethical, legal and social 
implications of health/technology data 
sharing from a public health perspective. 

As a representative of the genetics and 
rare disease community in particular 
however, I was intent on highlighting 
that there is significant impact on this 
population, and that the impact is on 
multiple areas relating to individual and 
family health rights, access, equity, privacy, 
information, knowledge transfer, etc. 

It’s an ambitious endeavour to draw 
together technology, data and the law 
and explore how they can be best 
managed within our existing legal/
regulatory framework, but certainly 
relevant given the pace of new advances 
in health technology. 

For a robust health system that can grow 
and remain ethically sound it is indeed 
vital we look at how our law needs to 
accommodate the potential benefits 

and mitigate the risks that new health 
technologies pose. HeLEX is poised to 
do just that with its research mandate. 

The workshop presentations from 
a number of different professional 
perspectives provided an overall context 
for the break out discussions.  

Key presentations were from:

• Professor Jane Gunn of the 
University of Melbourne, Department 
of General Practice

• Professor Kazuto Kato of Osaka 
University department of Biomedical 
Ethics and Public Policy

The overwhelming concerns drawn 
from the key speakers and the breakout 
groups were easily identified as:

• Quality of data
• Access and equity of access to data 
• Data security and regulation 
• The need for a paradigm shift to a post 

consent world – informed consent 
almost impossible in a rapidly changing 
medical/technological landscape

These issues in fact represent the key 
legal questions that I think need to be 
resolved in a future where data sharing 
will become standard medical/research 
practice. The medico-legal synergy 
will be a vital ingredient in ensuring 
protections of the consumer/patient all 
the way along.  

The list of issues and topics explored has 
and will change as the group identifies key 
areas that they would like to record and 
share to inform and support others with 
genetic conditions. 

In the future and with the hope of some 
seed funding by way of a grant, we also 
hope to enable group members to record 
their stories, through a journey interview 
process. These interviews will be made 
available as a resource and living library.

The contribution of the GSNV  
LEAG will result in:

• Shared experience across a range 
of genetic conditions informing  
and developing new understanding 
and commonality

• Clarity around the advocacy 
priorities for people with genetic 
conditions

• Solutions developed from 
experience and learning shared

• An inclusive approach to the 
community of people with genetic 
conditions, which will assist 
to inform research, policy, and 
treatment priorities.

• A library of video conversations 
covering specific topics outlining 
experiences, and how to 
successfully navigate different 
environments and challenges

• Podcasts that can be downloaded 
at any given time providing 
immediate assistance or  
information – a just-in-time  
support mechanism

The GSNV LEAG is charged with simply 
exploring the concerns and priorities of 
its members, and harnessing some of 
that thinking to inform action items and 
advocacy strategies delivered by the GSNV.  

Advisory groups of people with lived 
experience of genetic and rare conditions 
can provide strength to our cause. 

Advisory groups provide a forum for 
peers to interact, reducing isolation, and 
supporting personal growth and leadership 
development opportunities.  

Health data in  
the next ten years 
HeLEX@Melbourne Workshop October 19, 2017 

Innovative technologies in health such as genomics, stem cell 
research and CRISPR-mediated genetic modification is the main 
focus of the newly established HeLEX@Melbourne research project 
launched by the University of Melbourne Law School earlier this year. 
By Louisa Di Pietro 

REFLECTION  
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GSNV Genomics in schools

SUPPORT GROUPS

The GSNV educates the general 
community on genomics and its 
implications. It is important to begin the 
education process from a young age, 
creating awareness and an understanding 
of the relevance of the human genome to 
all aspects of human health, development 
and the expression of disease. 

The GSNV has therefore developed 
an education program for high school 
aged students that encourages an 
understanding and awareness of the utility 
of genomic medicine and its potential to 
deliver personal empowerment in health 
and wellbeing decision making. 

Community awareness and the 
understanding of genetics and genomics 
in health is currently low. The GSNV is 
aiming to approach this knowledge gap 
through the high school system, and at 
a time when young people are learning 
about the building blocks of human life. 

We have developed a program for high 
school students to educate them on 
genetics and genomics and introduce 
them to some of the critical social and 
ethical implications of this sophisticated 
area in health and health technology. 

Our presentations are supported by 
the narrative and stories of people who 
are impacted by, or live with a genetic 
condition, and come along to share their 
“real –life” experience with the students. 

This project aims to: 

• To develop a school based program 
about genomics 

• To introduce and build upon the topic 
of genomics to high schools

• To give young people the opportunity 
to learn about genomics in a fun and 
interactive way

• To educate young people on some of 
the ethical and social challenges that 
are associated with genomics testing 

• To begin or continue a discussion on 
inclusiveness and the acceptance  
of difference 

The GSNV has piloted this program with 
three Year 11 classes from Mooroolbark 
College. Given the class time restrictions 
we presented an abridged version, covering 
basic genetics and genomics and a 
personal story from the GSNV’s own Louisa 
Di Pietro. These sessions were very well 
received and the students were engaged 
with the activities that were part of the 
program. We received great feedback from 
the teachers involved which highlighted the 
areas that worked well for the students. 

We learnt a lot from the pilots and are now 
looking at further developing the program 
to include a half day/ full day excursion for 
students, with a number of interactive activities. 

If you know of any schools that would like 
to take part in our genomics education 
program please contact us via email  
info@gsnv.org.au     

A priority in the GSNV’s strategic plan is to educate and inform the 
community on developments in genetics and genomics. 

SUPPORTING  
THE SUPPORTERS

The GSNV decided to start StS in early 2017. 
This initiative not only aimed to create a space 
for support group leaders to make connections 
with peers, it aimed to allow for the sharing 
of ideas and learning for each other’s 
experiences. The meetings are held quarterly 
with 3 meetings being held so far in 2017. 

In our first session, a lot of discussion was 
had about what our support group leaders 
wanted to get from these sessions, which 
were areas they would like further education 
on and how they wanted the sessions to be 
structured. From the information gathered 
from this first meeting, the GSNV has been 
putting together the quarterly programs. 

In the other two sessions that were 
conducted, we were lucky enough to have 
two wonderful guest speakers, Sean Murray 
from the Australian Mitochondrial Disease 
Foundation and Clare Stuart from Tuberous 
Sclerosis Australia. 

They both shared with the group, the journey 
their support groups had taken to grow 
themselves. Both support groups have 
started from very different places, however 
have achieved so much.  The presenters 
gave the group advice on different methods 
which they used to help them develop as a 
support group. 

As well as the seminar series, the GNSV has 
set up a private Facebook group where the 
support group leaders can share resources 
and ask questions of each other. We are 
hoping this will be for a valuable tool for 
support groups at all stages.

We've had a huge amount of positive 
feedback regarding this series and are looking 
forward to continuing on with it next year. If 
you are interested in participating in the group 
please contact us at info@gsnv.org.au   

Supporting the supporters (StS) was an 
initiative that developed from a number 
of conversations with our wonderful 
network of support group leaders. It is 
well understood that running a support 
group can be very rewarding however 
also comes with lots of (generally unpaid) 
work, numerous challenges and can 
sometimes be a lonely job. 
By Keri Pereira

FSHD Scientific Information Evening
By Miranda Lewit-Mendes
'I am currently volunteering with the GSNV in order to gain experience 
in the genetic health sector and contribute to helping those impacted 
by genetic disease. I am very interested in genetics and last year I 
completed my Honours at the Murdoch Children’s Research Institute, 
which explored the impact on young people of living in a family with 
a genetic disease. I currently work in pharmaceuticals, but I hope to 
pursue a career in genetic counselling in the future.'

VALID PEER 
ACTION 
GROUPS
VALID has been funded as a 
Disability Support Organisation 
to support people with disabilities 
and their families, to prepare  
for and engage with the  
National Disability Insurance 
Agency (NDIA). 
To do this they are establishing Peer 
Action Groups to help people build 
their capacity as the National Disability 
Insurance Scheme (NDIS) is rolled out 
across Victoria. 

The groups include self advocacy 
groups, peer action groups and parent 
action groups.

The VALID Peer Action groups will help 
people to:

• Network with other people 
experiencing the same situations, 
needs and issues

• Share stories and information within 
the group and with the other Peer 
Action Groups

• Be prepared for effective 
engagement with the NDIA

• Increase confidence and control 
when making choices and decisions

• Create relationships and natural 
supports that empower and make 
people safer

• Increase opportunities for recreation, 
work and civic participation

• Gain advocacy support when needed
• Become more active in the 

decisions about their own lives
• Act together with others to promote 

more inclusive communities

The discussions by groups will be used 
by VALID to drive its systemic advocacy 
positions to help improve the NDIS.

FOR MORE INFORMATION
VALID 
235 Napier Street, Fitzroy Vic 3065 

  valid.org.au

  david@valid.org.au 

  03 9416 4003   
       or 03 9416 0850 (Fax)   

SUPPORT GROUPS

Facioscapulohumeral Dystrophy (FSHD) is 
a complex genetic neuromuscular disease, 
characterised by the progressive weakness 
and loss of skeletal muscles, particularly 
those in the face, shoulders and arms. It is 
one of the most common forms of muscular 
dystrophy and affects approximately 3,500 
people in Australia. Currently, there is 
no cure for FSHD, but the FSHD Global 
Research Foundation is dedicated to fighting 
for a cure. 

On September 21 2017, the FSHD Global 
Research Foundation held its annual 
scientific information meeting in Melbourne. 
This meeting provides an opportunity for 
those affected by, or interested in, FSHD to 
hear about the latest FSHD research. There 
were three presentations given by key  
FSHD researchers: Scott Harper from Ohio, 
and Paul Gregorevic and Marnie Blewitt  
from Melbourne. 

Scott Harper spoke about emerging 
molecular therapies for FSHD. Scott 
Harper’s lab has recently has developed a 
new mouse model for the disease. Animal 
models are very important as they provide an 
imitation of the human disease that therapies 
can be tested on. This animal model will be 
used to investigate how effective a therapy 
called RNA interference could be for treating 
FSHD. RNA interference involves hijacking 
a natural process that occurs to turn off 
genes, and in this case, using it to turn off 
the gene that is causing FSHD. 

Paul Gregorevic spoke about an alternative 
therapy using two proteins found in 
humans, one which inhibits muscle growth 
and one which promotes muscle growth. 
His lab has also developed a new animal 
model of FSHD, which they are using to 
investigate whether these proteins may 
be involved in the mechanisms underlying 
muscle wasting associated with FSHD. 

Inhibiting or increasing these proteins could 
potentially either halt the muscle weakening 
in FSHD or increase mass and strength 
in those affected. Both Scott Harper and 
Paul Gregorevic discussed that a challenge 
for the future will be the delivery of these 
therapies into the correct area of the 
body. Fortunately, there are currently two 
technology companies working on this  
and additionally they are hoping to  
learn from clinical trials on other 
neuromuscular diseases. 

Marnie Blewitt spoke about how activating 
a different naturally occurring protein 
could be used as a treatment for FSHD. 
This protein is known to have a protective 
activity against FSHD, and when it has 
reduced activity or no activity, FSHD occurs. 
It is therefore hoped that increasing the 
activity of this protein could be targeted 
to prevent FSHD. Marnie’s lab is working 
on screening drugs that may be able to 
activate this protein. They are in the process 
of screening 113,000 possible compounds 
and are approximately halfway through. 
Marnie predicted that in about a year’s time, 
they should have a list of potential drugs. 
Following this, the drugs will be tested on 
human cells to see whether they have the 
desired effect.  

These researchers are all funded by the 
FSHD Global Research Foundation, who 
invest 100% of their donations in FSHD 
research. Since being established 9 years 
ago, the FSHD Global Research Foundation 
has raised over $9 million that has gone 
towards over 40 medical research grands 
across 10 countries. If you are interested 
in donating, the FSHD Global Research 
Foundation even have a ‘Find The Cure’ 
app, which can be used to track the 
investment of individual donations and 
interact with the scientists using this money 
for their research.  
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SUPPORT GROUPS SUPPORT GROUPS

Back in 2002 my family didn’t have a home 
computer; there were no iPhones or iPads. 
It would be 12 months before we bought 
one.  Once we did I didn’t even think to look 
up the illness MeningioEncephalitis that 11 
month old Kate had been diagnosed with 
the previous spring. 

Kate had forgotten how to crawl initially but 
a month after discharge, even with tonic/

clonic seizures for over an hour, was to us 
– fully recovered.  For 12 years we lived in 
ignorant bliss of the gene mutation lying in 
wait to strike again.

In September 2015 Kate came home from 
school complaining of a sore throat and 
headache. The next afternoon these were 
intense, and we went to the GP. While  
there, she passed out. Straight to the 

ANE can be both genetic and non-genetic. 
Patients that have a mutation in the 
RanBP2 gene are susceptible to it being 
recurrent, this is known as ANE 1 or IIAE3 
(Infection Induced Acute Encephalopathy). 

The disease is characterised by symmetrical 
lesions principally involving the brainstem, 
thalamus and putamen. The most common 
viruses that trigger ANE are influenza A, 
influenza B, parainfluenza II, human herpes 
virus 6 (roseola), coxsackie virus (hand, foot 
& mouth), or an enterovirus. 

The exact pathogenesis (how the disease 
happens) is unknown. Individuals suffering 
from ANE often have an exaggerated 
immune response to various viral infections 
by producing elevated proinflammatory 
cytokines. The 'cytokine storm' results 
in systemic symptoms, such as liver 
dysfunction, acute renal failure, and shock. 

 In the nervous system, it leads to brain 
injury through alteration of vessel wall 
permeability without vessel wall disruption. 
According to this hypothesis, ANE is a brain 
disease with systemic immune imbalance. 

The progression to acute neurologic 
dysfunction may occur within hours to 
days following the onset of the infection. 
Initial manifestations include decreased 
consciousness and seizures. 

Neurologic findings that may accompany 
the encephalopathy include hallucination, 
ataxia, hypotonia, hypertonia, and abnormal 
posturing. Most patients present with or 
progress to coma. The comatose state, 
which may last from days to months, is 
usually on the order of weeks.

One third of patients die during the acute 
phase of the encephalopathy.  Initially, all 
survivors of ANE will demonstrate losses 
of multiple developmental skills such as 
walking, speaking, and self-care. These 
may be regained over a period of weeks to 
months. Of the survivors, one half are left 
with permanent neurologic damage and 
the remainder have no discernible residual 
symptoms or intellectual disability.

Fifty per cent of persons with ANE1 will 
have at least one repeat episode and some 
will have multiple repeat episodes. 

Additional episodes are most likely to take 
place in childhood however recurrence 
in teenagers and adults has been 
reported. Repeat episodes presumably 
result in additional brain damage and, 
thus, outcomes are progressively worse, 
regardless of the degree of initial clinical 
recovery. 50% of 1st episodes occur 
before the age of 2. 

Prevalence is 1>1 000 000.

ANE was first proposed only in 1995 and 
was initially thought to present in persons 
of Asian descent, however it is now known 
to be worldwide and present in people 
of all ethnic groups. It is a highly under 
recognised disease. Research continues 
into other genes that may be linked to ANE.

For further information or to contact other 
families affected by ANE please visit:  

  aneinternational.org  

REFERENCES
• ncbi.nlm.nih.gov/books/NBK258641
• hindawi.com/journals/mi/2015/792578

ANE Support Group
Acute Necrotizing Encephalopathy (ANE) is a rare, severe and rapidly progressing encephalopathy  
(disease affecting the brain) which develops shortly after a viral infection. By Kim Smith

MY EXPERIENCE 

'Just a case of the Flu...'
Hi, my name is Kim Smith and my fourth child Kate, was born in 
2002. In 2015 at the age of 13 she was diagnosed with the rare 
condition, Acute Necrotizing Encephalopathy.

Karla’s son Xavier has neurofibromatosis (NF), and global 
developmental delay. His developmental delay was always evident, 
but the NF was harder to diagnose. It wasn't until his abilities started 
to decline that she was alerted to bigger issues. Xavier started 
to struggle with tasks he used to do easily, like climb steps, and 
fell over a lot when walking. They saw a neurologist at the Royal 
Children’s Hospital who suggested Xavier have an MRI. They 
discovered that he had tumour growing from his lumbo-sacral region 
of his spine, into his hip and down his left leg, and he was diagnosed 
with NF. In this personal story Karla describes her experiences with 
accessing the NDIS for her son. 

It was close to a two year battle to get NDIS for Xavier. He was 
rejected twice, the second being a fault in the system where the 
application was filled out by a health care professional with no 
experience in filling out those forms. Then once we finally had 
everything together, and this was pages and pages of information 
about my son, and how life affects him, we got accepted. 

It took nearly two months to get a planning meeting, and 
we only got one after lodging complaints with our Member 
of Parliament and people high up at NDIS. After submitting 
a complaint things happened so quick. It was literally the 
afternoon we submitted it that I received a call saying they have 
a planning meeting for us. I found that amusing, as just a week 
before hand I was told my planning meeting would be months 
away (This was in April, and we were told it was looking like 
October before our meeting). 

While our planner was great and listened to me about everything, 
our plan was not sufficient. We didn’t receive a lot of what we 
needed or asked for, so we needed to submit an application to 
review a reviewable decision. This was back in May, accepted in 
August and still waiting for another planning meeting. 

There definitely needs to be something done though. Once 
NDIS accepted our application, community supports stopped. 
This was in February. If we needed to wait until October for our 
plan, that is a long time with no supports. Once NDIS accepted 
the application, the funding wasn’t there for other services. 
Which made things hard as my son went months without the 
required therapy to help him do day to day tasks. 

Our experience was anything but positive, and is still a bit of 
a battle. In order to really get what we need, I need to be my 
son’s strongest voice and advocate, and I can see why some 
people struggle. That’s about where we are at with NDIS. We 
are still waiting for our review of our current plan, and hoping it 
takes place before our plan review in April. 

The best advice I have is make sure you are armed with all the 
information you can. Get an advocate on your side who will keep 
fighting for you once you lose hope. There are so many people 
who need the service, and I am so grateful to have a service like 
this we can access, but don’t settle for less than you need, just 
because you want to feel grateful for what you have.  

NDIS experiences
By Karla Williams

hospital, Influenza B was diagnosed, 
and we were sent home. 

The next day I had to wake her, 
she had double vision and a sore 
neck, back to the hospital, she was 
slightly wobbly on her feet, we were 
told again 'just a case of the flu'. 

We left the hospital and were 
literally 1 minute down the road 
when she passed out again, 
gagging, woke up and threw up. I 
immediately turned and went back 
to emergency, where they finally 
admitted her.

By the evening, her speech was 
slurring and her conversations were 
jumbled. Finally the next afternoon 
an MRI was performed. 

The palsy which had affected her 
tongue and then speech had now 
caused her left eye to droop and 
her mouth. 

She had weakness down her left 
side and became more confused 
and was very lethargic, she started 
hallucinating.  

A Lumbar Puncture was performed. 
We were told at this point that yes, 
she had Encephalitis again. We 
were shown her MRI which showed 
many brain lesions.

The next day she was transferred 
by Care Flight to Sydney. Once 
there the neurologist told us – her 
diagnosis from the MRI was Acute 
Necrotizing Encephalopathy. 

Over the next few days she 
remained stable, she could walk 
with people either side of her 
to stop her from falling, and her 
speech remained very slurred. 

She was unable to use her fingers 
on either hand and had sensory loss 
in her left hand. Her whole left side 
was weak. Her eyes were unable 
to track and still seeing double. At 
times she spoke to me like she was 
only 2 or 3 years of age. 

Kate has since tested positive 
for the gene mutation. She now 
has an Acquired Brain Injury. Our 
neurologist told us that Kate was 
his 2nd ever case, his first was still 
in ICU. 

She has been very lucky and is in 
the 1/3 of patients that have a good 
recovery. She is back at school but 
still has some cognitive issues and 
slight slowness in her hands.

I have met only one other family 
in Australia that are battling the 
effects of ANE. My first contact 
with another ANE patient was a 
family in Canada. Together we 
started our support group that 
now has 30 families internationally. 
We have been told that perhaps 
there are 200 or so reported cases 
worldwide. We have bereaved 
parents and children with severe 
disabilities in the group. We also 
have a case that has been recurrent 
even without the gene mutation.

The ANE support group has been 
invaluable for me, for discussion, 
venting and sharing of information, 
not to mention virtual hugs. Kate 
now has a new teenage ANE friend 
in Texas that understands what she 
deals with and she can chat to. 

It is hard to live with the fact that 
ANE could happen again and for 
Kate the outcomes are likely to be 
worse. It is hard not to be paranoid 
about germs as we go about living 
our daily lives, shopping, socialising 
and school. 

Kate has been so very brave, strong 
and positive throughout her journey 
and doesn’t dwell on what having 
the gene mutation means. She is 
learning to live with her disability 
and is still the bright bubbly girl she 
always was. 

You can find us on Facebook 
at ANE International or Acute 
Necrotizing Encephalopathy & 
Family Connection. Our website is 
aneinternational.org   

Your Say…
In this section of the newsletter we ask for support group 
members to write about an issue that is important to them.  
We want to hear about the issues that are close to your heart, 
we value your contribution.

Your Thoughts
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RESEARCH

GUIDELINES FOR PROJECT INCLUSIONS IN THIS SECTION: 
If you would like your research project advertised in this section,  
please send us a brief project description with your contact details  
as well as documentation of the ethics approval for the project.

THE NATIONAL GENETIC 
HEART DISEASE REGISTRY 

ABOUT
If you or a family member have an inherited 
cardiomyopathy you may be eligible to take 
part in this registry. They are aiming to enrol 
every family with an inherited heart disease in 
Australia, which will assist Australian research 
groups learn more about these conditions. 

MORE INFORMATION 
More information can be found at 
   heartregistry.org.au 

To get an enrolment pack please contact  
Dr Jodie Ingles or Laura Yeates
Molecular Cardiology Centenary Institute 
Locked Bag No 6 Newtown NSW 2042 

  02 9565 6185 Wednesday—Friday  
  j.ingles@centenary.org.au

AGHA-AMDF GENETIC  
TESTING PARTNERSHIP

ABOUT
Australian mitochondrial disease foundation 
(AMDF) are pleased to announce that, in 
partnership with the Australian Genomics 
Health Alliance (AGHA), a new research 
opportunity for people with suspected 
mitochondrial disease has become available. 
Through this research project, individuals 
who meet the appropriate entry criteria 
can gain access to state-of-the-art genetic 
testing for mitochondrial disease. 

The purpose of this study is to evaluate new 
molecular technologies (tests) which look 
for changes in your DNA (genetic code) 
responsible for causing mitochondrial disease. 
The results of this study will help determine 
the most effective approach to the diagnosis 
of mitochondrial disease and will hopefully aid 
earlier intervention and improved outcomes for 
patients and families with these disorders.

MORE INFORMATION 
  youtube.com/watch?v=-aexApTYWKI
  https://goo.gl/nER3mu

MORE THAN THE SUM  
OF MY PARTS 

Women with disability from migrant 
and refugee backgrounds
Researchers at The University of Melbourne 
wish to interview women with disability from 
immigrant and refugee backgrounds about 
their identity, and how who they are affects 
their sexual and reproductive health rights 
and exposure to violence.

ABOUT
People with disabilities face significant 
prejudice and discrimination that impacts 
their ability to realise their rights, reduces 
access to services, undermines wellbeing 
and can result in disability related violence.
However, people with disability do not all 
have the same experiences. The nature of 
their impairment, gender, ethnicity, sexuality, 
age and class can all influence how people 
with disability experience opportunity, 
prejudice, discrimination or violence.

Researchers have explored how different 
backgrounds and experiences (e.g. disability, 
gender, ethnicity, sexuality) influence the lives 
of people with disability. However, little work 
has been done in Australia to understand 
how this influences the lives of women with 
disability from immigrant, asylum seeker and 
refugee backgrounds.

WHAT’S INVOLVED?
Taking part in this project involves an 
interview of around 1—2 hours with a peer-
researcher (also a women with a disability). 
In this interview, you will be asked a range of 
questions about your identity, and how you 
think your identity influences you sexual and 
reproductive health and exposure to violence. 

Your name and other personal details will 
be kept private by the researchers. To thank 
you for your time you will be offered a $40 
Coles-Myer voucher. Interviews will be at an 
accessible location convenient for you.

MORE INFORMATION 
Cathy Vaughan  

  (03) 9035 6670  
  c.vaughan@unimelb.edu.au 

Sarah Khaw  
  (03) 8344 4010  
  sarah.khaw@unimelb.edu.au

RESPECT KNOW ACT 
PROJECT SURVEY 

Decision Makers
ABOUT
ADACAS (The A.C.T. Disability, Aged and 
Carer Advocacy Service) would like to 
know about how people with disability, or 
mental ill-health, or dementia, or people with 
an acquired brain injury make healthcare 
decisions. They want to learn from you to 
improve support for people to make their 
own healthcare decisions. 

MORE INFORMATION 
If you would like to complete this short survey:

  surveymonkey.com/r/rka-decisionmakers

Carers or Family
ABOUT
ADACAS would like to know about the needs 
and experiences of carers in supporting 
healthcare decisions. This will allow them to 
recommend changes that support a carer’s 
vital role and ensure availability of support 
when the person for whom you care is making 
a healthcare decision.

MORE INFORMATION 
If you are a carer or family member and 
would like to complete this short survey:

  surveymonkey.com/r/RKA-carers  

More than the sum of my parts: 
Women with disability from migrant 
and refugee backgrounds

Researchers at The University of Melbourne wish to 
interview women with disability from immigrant and 
refugee backgrounds about their identity, and how
who they are affects their sexual and reproductive 
health rights and exposure to violence.

What’s it about?
People with disabilities face significant prejudice and discrimination that 
impacts their ability to realise their rights, reduces access to services, 
undermines wellbeing and can result in disability related violence.

However, people with disability do not all have the same experiences. The 
nature of their impairment, gender, ethnicity, sexuality, age and class can all 
influence how people with disability experience opportunity, prejudice, 
discrimination or violence.

Researchers have explored how different backgrounds and experiences (e.g.
disability, gender, ethnicity, sexuality) influence the lives of people with 
disability. However, little work has been done in Australia to understand how
this influences the lives of women with disability from immigrant, asylum 
seeker and refugee backgrounds.

What’s involved?
Taking part in this project involves an interview of around 1—2 hours with a
peer-researcher (also a women with a disability). In this interview, you will 
be asked a range of questions about your identity, and how you think your
identity influences you sexual and reproductive health and exposure to 
violence. Your name and other personal details will be kept private by the 
researchers. To thank you for your time you will be offered a $40 Coles-
Myer voucher. Interviews will be at an accessible location convenient for 
you.

Who do I contact?
Cathy Vaughan on (03) 90356670 or email: c.vaughan@unimelb.edu.au.
Sarah Khaw on (03) 83444010 or email: sarah.khaw@unimelb.edu.au.

RESOURCES

Talking to children  
about genetic  
conditions

Just Jen: Living With  
Invisible Differences 
In this funny, heart-warming 
celebration of kindness and 
inclusion, spunky primary 
school narrator Jenna, or 
Jen (as she prefers), shares all  
about living with 22q11.2 and  
invisible differences.

  https://goo.gl/bbbT11

Pulmozyme story book 
An online book aimed at 
kids with CF (cystic fibrosis). 
Explains what they might 
encounter throughout a day 
with CF and how to adapt.

  https://issuu.com/brentrg/docs/
pulmozyme_story_book

Talking to Kids  
About Cancer
Cancer Council booklet 
to guide for people with 
cancer, their families  
and friends.

  https://goo.gl/uahs5U

Moe’s Sick Kidneys
'Moe’s Sick Kidneys' is an informative 
illustrated book for children four to  
eight years old, especially kids affected  
by kidney disease. Moe has sick kidneys 
and takes his friend Milko on an adventure 
to tell him what it’s like. Milko thinks Moe is 
very brave living with sick kidneys, having his 
blood cleaned and taking care of himself.

  http://kidney.org.au/shop/resource-
material/books/moe-s-sick-kidneys

Our Brother Has 
Down's Syndrome 
A book to introduce  
and explain Down 
syndrome to young 

children, especially siblings. It is a 
personalised account of a young boy,  
Jai, as told by his two sisters.

  https://goo.gl/DiLhwb

Talking to Kids About HD
A recommended book for 
careers and parents on how 
to talk to a child about HD 
(Huntington disease).

  talkingtokidsabouthd.
com/book.html

A Little book  
About Mito
General information 
about what MiTO 
(mitochondrial 
disease) is and 
explains to young children (<10 years  
old), what to expect from someone with 
the disease. 

  gsnv.org.au/media/286933/a-little- 
book-about-mito.pdf

Gordy and the  
Magic Diet
Fictional story about one 
boy's journey initiating a 
restrictive diet.

  pws.org.nz/gordy-  
      and-the-magic-diet    

Illustrated by Dean Crawley & Martine Vandrespuy. Designed and written by Martine Vanderspuy.

a little book about
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This section contains selected 
resources that parents can use to 
help explain genetics and genetic 
conditions to their children in an age 
appropriate manner. A larger list can 
be found on the GSNV website:

  https://goo.gl/jt2yaF
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SERVICES SERVICES

Many NDIS participants will have Support 
Coordination built into their first plan to 
assist them to understand and navigate 
the scheme, coordinate a range of 
supports including; informal, community 
and funded supports.  It is the role of 
Support Coordinators to build capacity of 
participants and their supports to assist 
them in self directing their lives.

Ablelink is an independent provider of 
Support Coordination.  Preparing for 
the NDIS and Support Coordination are 
the only services we provide so we are 
committed to connecting you with the 
supports that best fit your needs.

Our holistic approach concentrates on 
getting to know you, the important people 
in your life, your needs and your wants. 
We work with you to understand how 
your NDIS plan can best work for you to 
reach your goals.  We believe strongly in 
a person centred philosophy, ensuring 
people get the right flexible supports that 
focus strongly on maximising opportunities 
for people to live fulfilling lives.

Founder, Jessica Stubbins, has been 
in the Disability sector for 15 years in 
roles including support work, managing 
supported accommodation settings, 
working with individuals with acquired brain 
injuries towards rehabilitation and teaching 
the Certificate IV in Disability.  Much 
of her career has involved responding 
to individuals with complex needs and 
supporting their families and networks.

Before founding Ablelink, Jessica worked 
intensely in the NDIS rollout in North East 
Melbourne as the Customer Engagement 
Advisor within an NDIS Project team, 

gaining invaluable insight into the 
processes and the framework of the NDIS. 

Ablelink have assisted many people in 
transition to the NDIS by pre-planning, 
attending planning meetings and 
implementing approved plans.

Services:

• NDIS Pre-Planning

 Preparing for your NDIS meeting can 
be scary and confusing.  Ablelink can 
guide you through as you prepare 
the paperwork you will need for your 
meeting; think of goals you would like 
to include in your NDIS plan; and list 
the support you would like to request.  
We will help you to understand the 
planning process and feel at ease 
going to your meeting.

• Support Coordination.

 Support Coordination is designed to 
assist you to understand your NDIS 
plan and how you can best use the 
supports in it. We understand that 
plans can be quite difficult to read. With 
our expert knowledge of the NDIS we 
clearly understand what can be spent 
within each budget and how you can 
creatively use the funds within them to 
get the most out of your plan.

We have strong relationships with many 
service providers and extensive knowledge 
of a range of supports available to suit your 
needs and wants.

FOR MORE INFORMATION

  ablelink.com.au

  9415 9487

Ablelink 
An independent provider  
of NDIS Support Coordination

The National Disability Insurance Scheme brings a revolutionary change to the 
way people with a disability are funded to receive the supports they require to 
lead fulfilling lives.  

SELF-MANAGING 
YOUR NDIS PLAN
When it comes to your NDIS plan, 
you can manage it in various ways.

• NDIA (Agency) Management
• Plan Management
• Self-Management
• Or a combination of the above

Self-managing your plan might  
seem daunting at first, but can be 
achieved by most participants with  
a bit of help. 

Self-managing your NDIS plan 
enables the most flexibility within 
your plan. It provides maximum 
choice and control around the 
supports you choose to use and 
how to use them. 

Anyone thinking about self-managing 
their NDIS plan can ask for funded 
support to do so in their NDIS 
plan. The funded support to self-
manage is listed under the “Support 
Coordination” NDIS category. 

In your NDIS planning meeting,  
you should ask for support to  
self-manage your plan, and you can 
ask to self-manage this part of your 
plan, or can ask to have it Agency or 
Plan Managed. 

If you self-manage you will need 
to understand the difference 
between Core, Capital and Capacity 
Building supports in your plan 
and understand what items can 
be interchanged with others to 
maximise your plan, navigate your 
way around the NDIS portal and how 
to set up your plan and services.  
However, you can be supported to 
set-up and learn about these. 

Heather Renton and Kate McKeand
Directors  
Self Management Support

   selfmanagementsupport.com.au

Empowerment – Support – Outcomes

The NDIS helps individuals with funding to 
access the services and supports they need 
from the providers and informal supports 
of their choice, rather than have to fit into a 
one-size-fits-all system. 

It focuses on early intervention and the 
provision of appropriate aids, equipment, 
training and development that produce 

the best long term outcomes, providing 
assistance at the right time, rather than only 
once people reach crisis. 

Supports available under the ndis can: 

•  Be associated with day-to-day living 
and activities that increase your social or 
economic participation 

•  Be a resource or piece of equipment, 
such as wheelchair, assistive technology 
or home and car modifications, to help 
you live an ordinary life 

•  Help you build the skills you need to live 
the life you want, such as opportunities 
to work, further your education, 
volunteer or learn something new.

SERVICES AVAILABLE ON THE NDIS
The NDIS is a person-centred support system that aims to empower Australians with a disability and their 
families to take control of their lives, achieve their goals and participate in social and economic life. 

In this section, we will showcase some of the available supports that can be accessed on the NDIS by eligible people in Victoria.

Occupational therapists are skilled at 
designing activities and strategies that 
focus on developing a child’s sensory 
responses, hand function, motor skills, 
cognitive skills, social skills and wellbeing.  

We work towards realistic and 
achievable goals which have been set 
with the child, parents and teachers 
together as required, or as part of 
their NDIS goals. Evidence shows 

us that early intervention is essential 
for best outcomes for children in the 
long term, so we see children from a 
young age and follow them through 

their school transitions and into 
adulthood as needed. 

We can work with our clients in a variety 
of environments such as playgrounds, 
school, in the community and at home to 

improve participation and performance in 
self-care, productivity and leisure activities 

The Barefoot Therapists work closely with 
speech pathology and physiotherapy for 
children at our Rosebud clinic, and we 
can offer team appointments. We also 
have therapists based at our Frankston 
clinic with Dr Simon Blair (paediatrician).

• Goal setting 
• OT sessions at our rooms in Rosebud 

and Frankston
• OT sessions at school or within 

community activities 
• Groups for school readiness, social 

skills, handwriting and fine motor
• Parent and family coaching
• Rural programs
• Horse therapy and Equine  

Facilitated Learning.

Barefoot OT Equine Facilitated Therapy is 
part of our outdoor rural program located 
in Boneo which helps children develop a 
variety of skills for reaching their therapy 
goals. Our program can include time with 
horses and other animals on the farm. 

Incorporating animals and outdoor 
activities in therapeutic interventions is 
just one example of the creative and fun 
ways that occupational therapists can 
promote the development of children’s 
sensory, motor, self-regulation, emotional 
and process skills while building real-life 
occupational skills.

FOR MORE INFORMATION

  barefootot.com.au
  admin@barefootot.com.au
  03 5981 1120

Barefoot OT is a registered provider for Medicare, NDIS and DSS. Barefoot OT provides occupational therapy for children, 
teenagers, babies and families on the Mornington Peninsula. We blend evidence based interventions with holistic 
approaches, both in our clinic rooms and at our outdoor rural program to improve children’s function and independence in 
everyday activities and routines. We aim to make it fun and motivating while they practice and learn.
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EVENTS

CHARGE CONFERENCE 

2 5 t h - 2 7 t h  M a y  2 0 1 8

13th CHARGE Conference hosted by the 
CHARGE Syndrome Association of Australasia 

Live strong, CHARGE on!
Location: 

Bayview Eden, Melbourne
www.bayviewhotels.com/eden

Who should attend?
Anyone interested in CHARGE Syndrome or multi-sensory impairment

(Individuals with CHARGE, families, carers, support workers, medical, therapy and education professionals)

SAVE THE DATE 
and follow us online for conference updates

www.chargesyndrome.org.au
Facebook: CHARGE Syndrome Australia New Zealand 

Proudly brought to you by: 
CHARGE Syndrome Association of Australasia Ltd, Australia c/o 79 Park Rd, Kalinga QLD 4030 Tel: 61 3 3357 1191 

admin@chargesyndrome.org.au www.chargesyndrome.org.au ABN 69 073 186 437

New Zealand PO Box 38792, Auckland 1143 Tel +64 3 379 6305, Amanda.Greeneld@chargesyndrome.org.nz 
www.chargesyndrome.org.nz Charities Commission #CC29770

Dr. Daniel Gadke
Assistant Professor of School 
Psychology, Mississippi State 

University, USA

The international speakers for the 2018 
conference have been confirmed. 

Dr. Jan van Dijk
Deafblind Consultant, 

The Netherlands.

Dr. Kim Blake
Paediatrician, Dalhousie University, 

Nova Scotia, Canada.

Prof. Tim Hartshorne,
Professor of Psychology, Central 

Michigan University, USA. 

Dr. Daniel Choo
ENT Specialist, Cincinnati 

Children’s Hospital Medical 
Center, USA

David Brown
Deafblind Educational Specialist, 

California, USA.

Dr. Kasee Stratton
Assistant Professor of School 
Psychology, Mississippi State 

University, USA.

Local speakers to be announced soon.

For further information:
Tel:  +61 0411 254 250 Belinda Arnell    
Email: roblast@iinet.net.au Rob Last

If you are interested in sponsorship opportunities at 
2018 CHARGE Syndrome conference please contact  

Madelene Rich at mrich@netspace.net.au

For more information visit:  
  nvc2018.com.au

For more information visit:  
 aussiemit.com.au
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