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FSHD research update
Facioscapulohumeral muscular dystrophy (FSHD) is a comparatively late onset
but high prevalence muscular dystrophy, which affects around 1 in 8,000 people(1).
Patients develop shoulder, upper arm and facial muscle weakness in their teens
or early twenties, which progresses slowly and spreads down their body.
By Dr. Kelan Chen, Dr. Marnie Blewitt and Dr. James Murphy
Until quite recently, the underlying genetic
cause of FSHD was unknown, meaning
any treatment could only be directed at
the symptoms, and genetic diagnosis
was impossible. It is now known that
FSHD is caused by inappropriate
production of a protein called DUX4 in
skeletal muscle cells of patients(2).

In around 95% of FSHD patients, that have
FSHD type 1 (FSHD1), there has been a
deletion of most of the D4Z4 repeats, so
that fewer than 10 repeats remain. This
means the cell no longer recognises the
repeats, and DUX4 is produced, causing
problems in the muscle cells and resulting
in muscular dystrophy.

DUX4 is encoded within a stretch of
genetic material that is repeated; the
DUX4 gene is found in 10-100 copies
within these repeats, termed D4Z4.
Normally the repeats are recognised
by the muscle cells and switched off,
meaning DUX4 is not produced. However,
something goes awry in FSHD patients
meaning this silencing or switching off
of the repeats does not occur properly,
thus DUX4 is made and has toxic
consequences for the muscle cells.

In the other 5% of patients, that have
FSHD type 2 (FSHD2), they have
many D4Z4 repeats, and yet the cell
fails to recognise them and silence
them appropriately. Three years ago,
researchers from the Netherlands
and the USA discovered this was
because FSHD2 patients were carriers
of mutations in a separate gene that
encodes a protein called SMCHD1(3).
SMCHD1 is involved in silencing the
D4Z4 repeats, but when one of the
Cont. page 7
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My experience

Message from the Committee

Under the wonderful Italo-Australia
Medicare Agreement I have been receiving
treatment here in Italy for my own genetic
condition under a ‘lifesaving therapy’ clause.

Welcome to the latest edition of the GSNV newsletter and our
last for 2015. I hope that you are all keeping cool, it's going
to be a long hot summer so we all need to make sure we are
drinking plenty of fluids. For those with ongoing health issues
and chronic illness, keeping hydrated is very important.
The GSNV committee have been working
very hard this year and are now getting ready
for Christmas and the New Year ahead.
We are looking forward to February, as this
will see the launch of the 2016 GSNV genetic
support awareness week (GSAW) and Rare
Disease Day. We are firing up for yet another
successful rare disease awareness campaign
and hope to achieve even better and bigger
things in 2016.
Our 2015 campaign was very successful, and
out of our “Facing Forward Campaign’ have
published a great photo book. This book with
the beautiful images of our Rare Disease Day
photo contributions is now available to the
GSNV community (see page 5).
We would like to encourage our members,
and support groups to let us know of any
special events or notices. Please do let us
know so that we can put your dates on our
calendar and in our newsletter. Help us to
help and support you and your community
with special events, special days and in
general. The more we support each other
and grow genetic awareness, the greater
evidence we can generate to submit to
government in justification of our work and
any funding increases. We want to do
more and help more Victorians but we need
increased resources to do so!

Louisa our Group Leader is still in Italy, and
working hard over there on major priorities.
The time difference is proving to be a
challenge but we are managing through it.
The GSNV staff are doing a great good job
while Louisa is away and have assisted in
keeping governance running smoothly and
operations as business as usual.
At this time I make a special note of the
following important GSNV dates and events
which can all be found of our website:
•
•
•

GSNV Special Meeting – Important
changes to the GSNV paid membership
structure TBA
Christmas closure and reduced staff
over Christmas and New Year
Genetic Support Awareness Week and
Rare Disease Day

At present I have a good and very supportive
committee helping me to achieve our goals
for the GSNV. I thank them enormously for a
great 2015.
I would also like to take this moment to wish
the GSNV community and all our networks a
very Merry Christmas and a happy and healthy
New Year. I wish you all the best for 2016.
Kay Timmins,
Chairperson/President of GSNV

GSNV MEMBERSHIP
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
Peer connection
Information and education
Free Peer Support Training
Advocacy on behalf of members
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PRICING
$22 – Families & Individuals, Groups,
Professionals and Service Providers
$11 – Student/Concession
More information: www.gsnv.org.au/
become-a-member.aspx

Message
from the team
Dear readers, I do hope this edition of the
GSNV newsletter finds you all well and
with a little spring in your step. It is nice
to hear that the extreme cold is over and
Victoria is turning on a little sunshine.
My message in this edition marks a significant
anniversary. I have been in Italy for half a year!!
Hard to believe where the time has gone. I
have survived a spring, the hottest summer
on record and a very inclement autumn. I am
now preparing for a very cold winter which will
be my very first full winter in Europe.
My supervision of the GSNV activities will
continue from Italy until next year. I won't
physically be in the GSNV office for quite
some months yet. However, I am always
accessible via email (well when they reach
me) so please do not hesitate to contact
me directly.
As I sit here in beautiful Rimini (Italia) and
reflect on what was an ‘infernal summer’, I’ve
come to realise that the inclement weather in
Melbourne is maybe not so bad after all. Three
consecutive months of relentless heat day after
day (40+ degrees) with no reprieve, near wore
me out. The heat posed some challenges to
everyday life and placed a degree of stress on
essential services in Italy. Health care was as
expected, impacted greatly.
I have recently reflected on the issue of
access and equity in the health system during
challenging times, but also in general for those
who rely heavily on health services. Based on
my own recent experience in trying to access
health services for myself, I've seen the very
down side of access and administrative red
tape which could be deemed as the over
politicisation of health services that in the end
affects the consumer.
Cont. page 4

For three months everything was great and I
was receiving what I needed. In a flash, the
situation changed and the service I frequent
advised me that the hospital administration
had reviewed my case and interpreted the
Italo-Australia Medicare Agreement not to
include blood transfusions as life saving.
Hmmm… this was interesting as without them
I cannot function and will eventually become
morbidly ill. So in defence of my own quality
of life I argued my case and presented the
very law that sets out blood as life saving and
invited them not to over complicate or further
politicise a system that has been working well
for many years.
Despite my best efforts, the administration
has held to their ‘change of mind’ and have
requested in excess of $1000 Australian dollars
in fees per blood transfusion. Impossible,
discriminatory, outrageous, incomprehensible
and disappointing… given that I work in the
very hospital and volunteer over 15 hours of
my time a week assisting a genetics clinic. My
colleagues and friends are also outraged.
The impact on me has been profound, and in
June, at a crucial time when I needed therapy
I found myself hunting for another clinic
prepared to provide my therapy and rare blood
type (at a minimal charge) in a timely fashion.
It took me two weeks to secure this. Let's just
say I wasn't at my best in this time and found
simple tasks challenging.
The upside is that with the help of my
colleagues and wonderful friends I have secured
ongoing treatment at a clinic 1.5 hours away by
train. The clinic recognises and interprets the
Italo-Australia Medicare Agreement in my favour
and agrees blood is life saving and therefore
covered… no need to pay exorbitant bills. The
clinic also recognises that in my case, the timely
availability of blood is important in terms of
ensuring a good quality of life. I will have regular
scheduled appointments with blood supply
available. I am very grateful for their vision and
applaud their humanity.
In turn, I have identified a project for myself
and will endeavour to overturn the thinking of
the Rimini hospital and ensure access to life
saving blood is available to every Australian
who visits here. I am also determined to work
with responsible authorities in Australia and
ensure that the Italo-Australia Medicare
Agreement is clear on all counts, so there is
no confusion on what included and what’s not,
and when it comes to life saving blood therapy
there should be no over complication

and no one should suffer. Barriers to
accessing treatment and prohibitive costs are
unacceptable for standard and recognised
therapies and no person should be rendered
completely vulnerable as a traveller. I look
forward to reporting my progress in this regard.

What is the GSNV doing in
Victoria around the issues of
access and equity?
The GSNV has recently considered access and
equity as core issues to our genetics and rare
diseases community.
In accordance with the strategic objectives,
vision and mission of the GSNV, we have
established a working group/sub-committee
which will seek to identify common themes and
issues in relation to ‘access and equity’ and
what these two crucial areas may mean for
the genetic and rare diseases community. This
group will seek to identify critical areas where
access is of concern to the genetics and rare
diseases community and critical areas where
equity is of concern. In each case this working
group will seek to develop an action, response
and or strategy that addresses the issue and
provides advocacy.
The GSNV works with many families, children
and adults impacted by a genetic and rare
disease. We learn about their stories and
ongoing journeys, articulating what the
‘burden of care and cost’ really means. In
having conducted five consecutive years of
Rare Disease Day activities, and in collecting
feedback around this day, overwhelmingly,
access (to services, health professionals,
information and research) and equity (affordable
services) are reported as the top priorities for
Victorians impacted by a genetic and rare
disease year after year. Our subcommittee will
work towards achieving some outcomes on
behalf of our members and community.
If you would like to assist the GSNV
subcommittee looking at access and equity as
an advocacy priority, please contact our office
at info@gsnv.org.au. We are keen to engage
the opinion of consumers and those directly
impacted and concerned by this issue and or
those who have experience in related areas
and would be prepared to offer their skills.

Genetic Support Network of Victoria Summer 2015-2016
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Message from the team
As I reflect on the past months I have to
say that the last few weeks have also been
very difficult from an ethical and moral
point of view. Italy is in crisis, not just
economically but socially. It is in the thrust
of a humanitarian crisis which has seen
thousands of refugees reach its shores, all in
desperate need of safety.
The European Union and neighbouring
European states are reluctant to receive
Syrian refugees and every day I am
bombarded with media images of the
atrocities that ensue when a state says 'no'
you can't enter. Everything seems so much
more vivid and real over here. You see and
are aware of things that we are just not
exposed to or are too distant from to fully
understand in Australia.
I have been confronted by the images of
people in crisis so much in the last few weeks
that I think it’s impacted my own psychology.
I am very sad about what's happening
around us. I have drawn on my own internal
resources and am dealing with this by
volunteering extra time in the Rimini hospital
with disadvantaged families. It’s not easy,
but the fact I speak English helps with some
migrant groups and the children, well, they
make it all worthwhile. I just feel I need to do
something, anything that contributes to the
betterment of this very tumultuous time.
I think I have assimilated well in Italy after
six months but I am proud that I still
maintain a very Australian and indeed more
egalitarian mentality, which sees me naturally
concerned for my fellow man in crisis. My
friends and colleagues over here are perhaps
hardened by their experiences of economic
challenge, neighbouring instability and
rampant illegal immigration, hence they have
a very different attitude to all of this, than I
do. I am confronted by the 'build a wall and
keep them out' attitude that I see.
It’s interesting, as the Italian state was for
some months one of the only European
countries accepting Syrian refugees and in
general, it accepts others seeking refuge
readily. But the people, well they are not so
into this idea. Dinner time conversations are
very vibrant and opinions are readily served
up with the antipasto!
It’s lovely being an Australian in Rimini.
Wherever I go I seem to be the novelty. I
am perplexed at the attraction to my accent
and the interest in everything I say and do.
For the first little while here I thought it was
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Cont. from page 3

my magnetism but it turns out Australia
is considered the dreamland and literally
everyone wants to go there. It’s phenomenal
how revered our lifestyle, our land, our
culture and our state are. I think Europeans
in general (but Italians more specifically) see
Australia as a beacon of hope and the last
bastion for la vita bella. My local immigration
officer (whom I know very well now after nine
visits to his office) was originally confused
as to why on earth I wanted to live in Italy.
He now understands and is sympathetic to
my wanting to discover my roots.

Fortunately for me and despite the
horrendous bureaucracy, I have managed
to secure a very important document (or
ID card) which gives me full legitimacy and
legal right in Italy. I now have the luxury of
living Italian, but thinking Australian. It’s an
interesting combo. I’m maybe a little more
Italian now as I've adopted many local
customs... I found myself vehemently yelling
at the bus yesterday as it drove straight
past my stop at high speed!
My ID card is exactly the document that
many illegal immigrants in this country are
desperately seeking. My skills, education,
place of birth, experience and Italian
heritage all worked in my favour and I
obtained this card with comparative ease.
On the day I received it (my ninth visit to
the immigration office) I walked through the
heavily barred and guarded immigration
halls and truly felt happy and sad at the
same time. Happy for myself, that I
achieved and obtained what I wanted but
sad for those lined up in queues for hours,
days weeks, months and years hoping to
even get close to legally residing.
So with my 'Permesso di Soggiorno' in
hand and my unique position as an ItaloAustralian residing in Italy, I truly think I
appreciate all that is good about Australia
even more now. I will never complain about
my accent again and will continue going
to Australian Red Cross Donation Centres
when I get back home, to thank donors for
the wonderful gifts they give.
Signing off with the thought that in Italy it’s
very chic to be Australian... so I'll wear that
badge proudly.
Louisa Di Pietro
Group Leader GSNV

Genetic Support Network of Victoria Summer 2015-2016

Master of Genetic Counselling
Community Placement
Newsletter

mail-out changes
To help reduce the costs of printing
and mail-outs, this will be the
last issue that will be sent out to
everyone on our current mailing list.
Future issues will continue to be sent out
to current paid members who have opted
in to receive the newsletter in print.
If you’d like to continue receiving this
newsletter in the mail, and you are not
currently a member, please download
the membership form from the GSNV
website: gsnv.org.au/become-amemberdonate.aspx or contact us on
(03) 8341 6315 or info@gsnv.org.au.
Those who receive our newsletter
electronically will continue to receive the
newsletter in this format, irrespective of
membership status.
Our newsletter is also published online
and can be assessed through our
website: www.gsnv.org.au/news-andresearch/newsletter.aspx

Once again you have produced
a very informative newsletter
which give a glimpse of the variety
of challenges many families face.
I think GSNV provides vital
support to the community.
- Anna Hickey, Australian Gorlin
Syndrome Mutual Support Group

By Elaine Stackpoole

Photobook

The GSNV offers a diverse range of
services for individuals and families
affected by genetic conditions and the
health professionals involved in their care.
From providing information and support to
facilitating access to services, connecting
individuals/families with peers and/or support
groups, assisting support groups, organising
education and training sessions, offering volunteer
opportunities and advocating for individuals/
families, the GSNV covers a lot of ground.
During my placement I have had the opportunity
to become involved with many of these aspects
and have learnt about various genetic conditions in
the process. More importantly, I have seen these
genetic conditions from a different perspective
and have observed how the GSNV empowers,
supports and connects individuals and families
affected by a genetic condition.
The highlight of my placement was attending
the Cystic Fibrosis Victoria (CFV) community
conference. As a Master of Genetic Counselling
student, I have spent a significant amount of time
learning about the genetics of cystic fibrosis,
but the conference gave me an opportunity
to meet people with a personal connection to
this condition. I was fortunate enough to talk to
parents, siblings, other relatives and individuals
living with cystic fibrosis and hear their stories.
The CFV conference really emphasised the
power of community and how valuable it is for
people to connect with others who understand
and can relate to what they’re going through.
Seeing adults living with cystic fibrosis achieving
personally and professionally also offered hope
to others whose lives have been touched by
cystic fibrosis.
This placement has shown me how important it
is to utilise the services of support organisations
such as the GSNV and how beneficial peer/support
group connection can be for individuals and families
affected by genetic conditions. I am thankful that I
had the opportunity to observe what goes on behind
the scenes at the GSNV and will definitely remember
this experience going in to the future.

Facing
Forward
The GSNV has proudly
produced an enduring portrait
of the wonderful children,
adolescents and adults that
make up our genetics and rare
disease community.

By Emily Allen

Emily and Elaine

The GSNV has been a great organisation
to complete my community placement.
While here I have had the opportunity to observe
the running of a support group, attend a number of
meetings and information sessions at the hospital
and around the city, and have been working
on developing a research project. Through my
experiences here I have gained an understanding
of the importance of providing support to people
who have a genetic condition, as well as the ways in
which educating people about genetics and genetic
conditions can be beneficial.
One of the highlights of my time with the GSNV
was an afternoon spent at CF Victoria. It was
a wonderful opportunity to learn about how a
support group runs and what sort of roles that they
take in the community. The team at CF Victoria
were very welcoming and were eager to tell me
about the great work that they are doing.

In celebration of the GSNV
Genetic Support Awareness
Week (GSAW) and Rare
Disease Day 2015, this book
is a permanent memory of our
successful 'Facing Forward
Campaign' and those who
contributed so generously in
providing their picture and
words to us.
This photobook available for
purchase at $30 and would
make a wonderful festive
season gift.
All proceeds from the sale
of this book will go towards
supporting the work of the
GSNV and will be returned to
the community through services
and grants provided to support
groups and individuals.

One of the projects I have taken on during my time
at the GSNV has been to help develop a needs
assessment survey for the Klinefelter syndrome
community. Through this experience I have gained
an understanding of how the research process
works, and have had the opportunity to work
collaboratively with a variety of professionals
during the development stage of this project.
I am excited to continue working with the GSNV
beyond the time of my placement here to see
this project through to completion.
Through my experiences at the GSNV I learned
the importance of providing support, education
and other resources, as well as how beneficial
it can be to connect people together, both on a
personal and professional level.

info@gsnv.org.au
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RESEARCH
SURVEY
Exploring Typologies
as Predictors of Sexual
Behaviour in Adults
My name is Michael
Walton and I am
conducting research
as part of my Doctor
of Clinical Psychology
degree in the School of
Behavioural, Cognitive
and Social Sciences at the University of
New England, Australia. My supervisors
are Dr Amy Lykins and Dr Navjot Bhullar.
Currently I am running a research survey
online that is related to my PhD degree.
This research explores the psychology of
adult sexual behaviour and to date over
1,100 persons have completed the survey.
The Information Sheet for Participants
can be found here: goo.gl/n1CkUf
which provides key details
about the study. The URL link to
access my survey is tinyurl.com/
ClinicalPsychologysurvey
The survey is taking participants
approximately 20 to 30 minutes to
complete and is anonymous.
In addition, participants who complete
the questionnaire are eligible for entry
into a prize draw to win one of two $100
Amazon gift cards.
As background, last year the results of
my Bachelor of Social Science (Hons)
degree study of adult sexual behaviour
was submitted in the form of a manuscript
to the Archives of Sexual Behavior (United
States) and recently I received in press
approval for publication in the conference
held in Dubrovnik, Croatia.

RESEARCH
GUIDELINES FOR RESEARCH PROJECT INCLUSION 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.

Cystic Fibrosis
resource for
families

FSHD research update

Cystic Fibrosis Victoria, in
conjunction with the Royal Children's
Hospital and Monash Children's
Hospital, is looking to develop a new
resource for families when they first
receive a diagnosis of cystic fibrosis.
We are seeking input for families
who have had this experience in the
past three years. If you would like to
participate in this project please email
Karin Knoester – ceo@cfv.org.au

Autism
adult study
This study aims to better
understand the mental and
physical health, employment
and overall well-being of
adults with autism over the
age of 25.

The results of this study will be
used to inform services and guide
policy development.
Visit the website bit.ly/adult-study
for more information.

The impacts of 22q syndrome
on the siblings of affected children
Do you have a sibling with 22q deletion syndrome? Would you like to contribute to a
study exploring the impacts of 22q syndrome on the siblings of affected children?
A team at the University of Newcastle is
conducting research into the impacts of
22q deletion syndrome on the unaffected
siblings. They would like to hear what
you think is good or not so good about
having a brother or sister with 22q11.2
deletion syndrome.

Genetic Support Network of Victoria Summer 2015-2016

You will only need to participate in a
one hour interview (in person or over
the phone).
More info here: www.findlab.net.au
/the-sibling-experience

two copies of SMCHD1 is mutated, it
is unable to perform this switching off,
and DUX4 is produced. Interestingly, if
FSHD1 patients not only have the genetic
deletion of most of the DUX4 repeats, but
also carry SMCHD1 mutations, then their
disease is more severe (4, 5). This suggests
that SMCHD1’s function is relevant to
both genetic forms of FSHD.
Based on this molecular understanding
of FSHD, much research has turned
to understanding how FSHD might be
treated by switching off DUX4 expression.
Ms Kelan Chen, Dr Marnie Blewitt and
Dr James Murphy and their team have
been working with the aim of better
understanding how it normally switches
genes off and developing new ways to
treat FSHD by modulating SMCHD1. In
their recent work (6), they identified the
exact places where Smchd1 is tethered
over the DNA sequences that carry the
genetic information in cells.

One FSHD2 family has a mutation in
this part of the protein(7), and they were
able to find that the mutation prevents
Smchd1 from binding the DNA; in
essence explaining why these patients
have a non-functional copy of SMCHD1.
While their published work to date has
been on where and how Smchd1 binds
DNA, their focus has now moved to
how Smchd1 silences genes once it
associates with DNA.
Their goal is to learn how to enhance
SMCHD1’s ability to switch genes off,
so that they might enhance SMCHD1
function in FSHD patients, and therefore
switch DUX4 back off again, and rescue
the muscle cells. It is hoped that such
fundamental knowledge of SMCHD1
function might allow design of therapeutic
strategies to counter FSHD, which may
ultimately lead to a desperately-required
cure for this devastating disease.
GLOSSARY

Surprisingly, they found that Smchd1,
despite of its massive size, binds only a
few hundreds places with a very small
footprint on the DNA. Importantly, many
of these sites are potentially involved in
modulating gene expression. They also
identified which part of the Smchd1
protein is responsible for binding to the
genes, a region called the hinge domain.

Protein – Building blocks of
our bodies and are encoded by
our genes.
Mutation – ‘Spelling mistakes’ in a
gene that leads to changes in how
the protein product functions.
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I am interested in the sexual behaviour of
all adults aged over 18 years. However,
to finalise my survey sample I am
particularly interested to include adults
who identify as intersexual and are on
medical lists for hormone replacement
therapy (HRT).
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By Emily Allen
On Wednesday 23 September a scientific
information evening was put on by FSHD Global
Research Foundation, a not-for-profit organisation
that is dedicated to finding treatments and a cure
for Facioscapulohumeral dystrophy (FSHD).
FSHD is a muscular dystrophy which leads to
progressive muscle weakness starting in the face,
shoulders and arms.
The evening involved five international experts
in FSHD who each focused on a different
aspect of the condition. Dr. Jean Mah from the
Alberta Children’s Hospital in Canada spoke
about infantile FSHD and the different types of
assessments that are used. She also discussed
what these types of assessments can tell carers
about the needs of affected children.
Dr. Stephen Tapscott from the Fred Hutchinson
Cancer Research Centre in the United States
spoke about the genetics of FSHD type one and
type two. He gave an eloquent overview of how
the gene DUX4 works and what changes occur
in individuals affected with FSHD. With the use of
diagrams and analogies he made this potentially
complicated information very accessible to an
audience with a variety of backgrounds.
Next, Dr. Rabi Tawil from the University of
Rochester in the United States discussed the
different ways that FSHD can affect an individual,
as well as recommendations of care for those
affected. He talked about how the symptoms of
this condition make it different from other forms
of muscular dystrophy, and how to best treat
these symptoms.
Dr. Kathryn Wagner from the Kennedy Krieger
Institute in the United States then spoke about the
importance of bone health in individuals with FSHD.
She discussed different technologies and tests that
can be used to assess bone health, and also gave
the audience a concise break down of the different
diet factors than can increase our bone health.
Finally, Dr. Sabrina Sacconi from the Nice University
Hospital in France discussed the challenges faced
with learning about, diagnosing, and treating
rare diseases. She also discussed a registry
that has been started in France for people with
FSHD to assist with research, and to standardise
management and care, among other goals.
The evening was highly informative and it was a
pleasure to be in attendance and to hear from the
panel of international experts.
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RESEARCH

SUPPORT GROUPS

Fragile X Update and family day

The FREE
FX Study

– Drs Randi & Paul Hagerman in Australia
Drs Randi and Paul Hagerman from the University of California, Davis, School of
Medicine came to Melbourne on 21 August to talk about the latest advances in
fragile X and fragile X pre-mutation research.

Developing new tests for fragile X: Aiming to improve outcomes
for children and their families through earlier diagnosis.
If you have a family history of fragile X
related disorders, or if you are the parent
of a child with the fragile X premutation
or full mutation, or yourself have been
tested and identified to have one of
these results, we would like to invite you
and your family members to participate
in the FREE FX study.

What is the research
project about?
Fragile X syndrome and associated
disorders are caused by an alteration in
a gene called FMR1. This alteration is a
repeated sequence in the gene referred to
as an expansion. This expansion is passed
from parent to child and can get bigger.
Large expansions in the FMR1 gene
(also known as full mutations) can switch
off the gene.
When the FMR1 gene is completely
switched off it is associated with the
intellectual disability, behavioural problems
and autism seen in fragile X syndrome.
In this study we will test a number of new
highly accurate laboratory methods which
can tell us about a person's level of the
FMR1 gene activity. We want to find out
how early after birth these tests can be
used to predict intellectual disabilities,
behavioural problems and autism in children
and adults who have expansions in the
FMR1 gene. We also want to find out why
some people with medium expansions in
the FMR1 gene develop medical problems
while others don't.
We hope that this research will lead to earlier
diagnosis and a better understanding of the
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needs of families with medium and large
expansions in the gene. This may lead to
improvements in quality of life through earlier
access to intervention programs.

What does taking part in this
research project involve?
To take part in this study in Victoria,
participants need to be under the age of
42. To take part in this study in New South
Wales and Tasmania, participants need to
be under the age of 18.
Taking part in Victoria involves one visit at
The Murdoch Childrens Research Institute
(based at The Royal Children's Hospital).
Taking part in New South Wales involves
one visit at Hunter Genetics.
Taking part in Tasmania involves one study
visit at the clinics attached to the Royal Hobart
Hospital. During this visit we will take a blood
or saliva sample for some genetic testing and
conduct an assessment of your and/or your
child's behaviour, thinking and memory skills,
which will involve for example being asked to
solve puzzles and remember lists.
The assessment will take approximately 3
hours. We will reimburse you a reasonable
amount for your visit travel costs to the site
of the appointment in order to participate in
this project.
Alternatively, we can organize a research
assistant to come to your home to do the
assessment. For the participants assessed
in New South Wales and Tasmania, or for
participants assessed at home, the study
genetic counsellor may organize a separate
time most convenient to the participants for
blood or saliva samples to be collected.
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What are the possible benefits of
this research?
This research will help us to have a better
understanding of the problems that are
caused by medium and large expansions
in the FMR1 gene and may help to develop
better treatments and early intervention
programs in the future.
Depending on the outcomes of the
assessments we do for you and/or your
child we may be able to discuss with you
any potential referral for specific intervention
programs in the future.
Also, if you choose to, we can provide
you with the results of your genetic and
psychological testing.

For more
information
If you would like
more information
about the project or if you need to
speak to a member of the research team
please contact:
FOR VICTORIA AND TASMANIA:
Justine Elliott or Alison Archibald,
Research Genetic Counsellors
(03) 9936 6047
justine.elliott@vcgs.org.au
FOR NEW SOUTH WALES:
Carolyn Rogers,
Research Genetic Counsellor
(02) 4985 3100
carolyn.rogers@hnehealth.nsw.gov.au

Dr. Randi Hagerman is a developmental and behavioural paediatrician who has
worked with families of children with Fragile X syndrome for more than 30 years.
She co-founded the National Fragile X Foundation in the US and has established
Fragile X clinical and research programs around the world.
Dr. Paul Hagerman is a geneticist with a keen interest in neurodegenerative
disorders. He is credited with discovering Fragile X-associated tremor ataxia
syndrome, a condition that can affect older carriers of Fragile X. Paul is currently
on the scientific advisory board of the National Fragile X Foundation.
Drs Randi & Paul Hagerman. Photo courtesy of The Fragile X Association of Australia.

Fragile X syndrome is the most common known
inherited cause of intellectual disability and the
most common known single gene cause of autism
spectrum disorder. The gene involved in fragile X
syndrome is called FMR1 and usually has between
6 and 44 copies of a repeated sequence at the
beginning of it. Some people carry copies of the
FMR1 gene that has more than 44 copies of this
repeat, which can cause this region in the gene to
be unstable and expand in future generations.
Fragile X syndrome is caused by the inheritance of a
FMR1 gene with more than 200 repeats. However,
when people inherit between 55 to 200 repeats, they
are known to carry the fragile X pre-mutation. It is
well known that people who carry the pre-mutation
are at risk of developing two conditions called fragile
X-associated tremor/ataxia syndrome (FXTAS) and
fragile X-associated primary ovarian insufficiency
(FXPOI) (see the previous issue (winter 2015) of the
newsletter for more information).
Randi and Paul’s presentations focused on new
research that points to a wider range of symptoms
associated with the pre-mutation, including autism
spectrum disorder, attention deficit hyperactivity
disorder (ADHD), depression, anxiety, obsessive
compulsive disorder, migraines, neuropathy,
hypothyroidism, fibromyalgia, lupus, and hypertension.
Randi also described a broad range of interventions
that can help prevent or treat these conditions,
such as exercise, avoiding toxins (e.g., alcohol and
pesticides), vitamins and antioxidants, and cognitive
training therapy. However, not everyone with a premutation has symptoms. Interestingly, Randi also

presented that a subgroup of pre-mutation carriers
also have exceptionally high IQ, show reaction time
improvements and achieve high education levels
due to their verbal ability, high drive for achievement
and obsessive thinking.
Randi presented an update on a range of promising
drugs that are currently being evaluated as possible
treatments for fragile X syndrome. These drugs act
to target and reverse the effects of the loss of the
FMR1 gene product (FMRP) that occurs in fragile
X syndrome. The function of FMRP normally works
to regulate the production of other proteins in the
brain, and when this process is disrupted (as in the
case of Fragile X), the synaptic connections in the
brain are thereby weakened.
Although still in the research phase, drugs that work
to stimulate synapse connections in the brain (e.g.,
Arbaclofen, Fenobam, Lovastatin, Minocycline and
Sertraline) have been shown to improve anxiety
symptoms and expressive language difficulties. Other
drugs that target mis-regulated neurotransmitters
or growth factors (e.g., Ganaxolone, Metadoxine,
and Neuren) have been shown to help also improve
anxiety as well as behaviour, seizure frequency, ADHD
symptoms, hyperactivity, social behaviour and cognition.
Lastly, Randi advised that it is important to use drug
therapies in conjunction with intensive educational
interventions in addition to achieve the best outcome
from medically enhanced synapse connections.
REFERENCES:
Hagerman and Hagerman, 2013. Lancet Neurol. 12(8):786-98.
Lozano et. al., 2014. J. Neurodev. Disord. 6(1):27.
Copies of the presentations can be found here: fragilex.org.au

RESEARCH
Ever wondered
if too much
sitting affects
your brain?
Researchers are looking
for healthy people aged
between 55-80 with a
BMI between 25 and
40 (kg/m2).
Main exclusion criteria are
smoking, regularly active (defined
as more than 150 minutes of
moderate intensity exercise per
week), diagnosed diabetes,
dementia, cancer (in the last
5 years), peri menopause or
menopause.
Eligibility criteria will be determined
via a phone screening questionnaire.
The study involves 4 visits to
Baker IDI – 1 familiarisation visit
(2 hours), 3 experimental
conditions (8 hours each,
breakfast and lunch provided).
For your participation you will
receive FREE cutting-edge
and individualised reports and
advice from medical research
professionals about:
•
•
•

Your current biological
health status
How brain function changes
over the course of a day
How you can improve your
health and reduce the risk of
chronic disease

On top of all this, you will also
be reimbursed $393 for your
time along with FREE meals
and parking during and around
the trials.
For further information see the
website www.bakeridi.edu.au/
health_services/clinical-trials/
brain-breaks-study or contact:
Michael Wheeler (03) 8532 1898
michael.wheeler@bakeridi.edu.au
or Ian Mullis (03) 8532 1932
ian.mullis@bakeridi.edu.au
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SUPPORT GROUPS

Mowat Wilson Australian Support
Mowat-Wilson Syndrome (MWS) is a cognitive impairment syndrome associated
with multiple health defects caused by a mutation or deletion of the ZEB2 gene.
By Samantha Eise
Major signs of this rare genetic disorder
include distinctive facial features, intellectual
disability, delayed development, intestinal
disorders, seizures, congenital heart disease,
Agenesis of the Corpus Callosum, male
genital abnormalities (hypospadias), and
major expressive language difficulty.
Most children with MWS are non-verbal.
Speech is absent or severely impaired. Many
people with this condition can understand
others' speech, however, and some use
sign language to communicate. If speech
develops, it is delayed until mid-childhood or
later. Children with MWS also have delayed
development of motor skills such as sitting,
standing, and walking.
More than half of people with MWS are
born with an intestinal disorder called
Hirschsprung’s disease which causes
severe constipation, intestinal blockage,
and enlargement of the colon. Chronic
constipation also occurs frequently in people
with MWS who have not been diagnosed
with Hirschsprung’s disease.
Although many different medical issues
have been associated with MWS, not every
individual with this condition has all of these
features. MWS children typically have friendly
and happy personalities, despite their many
difficulties. Children born with MWS will need
intense medical attention and personal care
throughout their entire lives.
MWS affects both males and females. It is
estimated to occur in 1 in 50,000-100,000
births. MWS has been described in many
different countries and ethnic groups around
the world.
MWS was discovered only recently (1998),
and we are still learning about what physical,
behavioural, and developmental issues are
associated with MWS.
For further information or to get in contact
with other families in Australia, please visit
www.mowatwilsonsupport.org
REFERENCE: ghr.nlm.nih.gov/condition/mowatwilson-syndrome
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My experience
My name is Samantha Eise, and my
niece Bianca was diagnosed with MowatWilson Syndrome at the age of 2 years,
she has just turned 9 years old.
When Bianca was born, my sister,
Bianca’s Mum, Tabitha, knew that
something, ‘was not quite right’. Bianca
has some very noticeable facial features.
Tabitha has had many years’ experience
working in Early Childhood Development,
and when Bianca did not meet the
expected milestones, she started to do
extensive research on the internet, to only
come up with Angelman Syndrome, as
many of the physical features are similar.
It was through a lot of perseverance and
going against the medical professions
advice that she finally came across a
Paediatrician that listened to Tabitha’s
concerns, and referred her onto a
Genetics specialist. Bianca’s physical
features where mild, to say, but her
development was delayed, which was of
the greatest concerns to Tabitha.
Finally after a long wait, the diagnosis
came back that Bianca had Mowat–Wilson
Syndrome (MWS). It was at that point, I
think that it was a mixture of relief, confusion
and sadness, for our entire family.
I jumped online and googled MWS, and
did not find much information, as it only
had been discovered in 1998, and Bianca
was born in 2006.
At this time, there were about 100 diagnosed
cased worldwide. It was a very lonely time,
not knowing what this MWS was. What was
the development for Bianca, what medical
problems might she have, would she walk,
talk, just all the normal things that a child
would achieve, we had no idea whether or
not she would or wouldn’t.
I took it upon myself to set up google alerts
on MWS, and one day had an alert that
there was another family in Australia, as
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up until this point, we did not know if there
was any other families in Australia, I was
very excited to find this, and attempted
to make contact with the family. Since
then, we have met a few other families in
Australia that have a child with MWS. We
have made contact with 12 families in
Australia, which is really good feeling.
Bianca, is a little trooper, she does suffer
seizures and some can last up to 45
minutes, which must be so horrific for
her, as she is non-verbal she can tell us
if she is pain or not. I suppose that is
the hardest part, in that she understand
everything that we say and do, but she
can’t vocalise it back, however in saying
that, she can make it very clear what
she wants! She especially knows where
Nonna keeps the biscuits.
When she first walked, it was the most
amazing achievement, since then she is a
very active child, she can kick a ball, and
catch it, she gets on the swings at the
park, and has no fear. She recently went
to the Melbourne Show and had her very
first pony ride, and she came home and
told me, in her way, that she had been on
a ride, and she had a massive grin from
ear to ear.
Bianca does amaze me every day, on her
little achievements.
It is my hope that Bianca will one day be able
to communicate verbally, and I think she will,
as she is a very determined little girl.
The connections that my sister and I have
made via these other families in Australia,
makes that isolation so much less. If
anyone knows of a family that has a child
with Mowat-Wilson Syndrome, they can
contact me on s_eise@hotmail.com, I
would love to hear from them.

SUPPORT GROUPS

Neuromuscular Support Group for
Young Adults Seminar

SAVE
THE DATE
28 JANUARY
2016

The second Neuromuscular Support Group for Young Adults Seminar will be held on 28 January 2016. Speakers will include:
KARNI LIDDELL
Karni Liddell’s journey to become one of
Australia’s most successful Paralympians began
a lot differently than that of a typical elite athlete,
as she was born with a muscle wasting disease
called Spinal Muscular Atrophy and her parents
were told that their first-born child wouldn’t walk,
crawl or live past her teenage years.
Karni broke her first World Record at the age of 14
and she went on to win Paralympic medals at every
Paralympics she competed at and she regards
being captain of the Number 1 team at the Sydney
2000 Games her greatest achievement.
Karni has raised over $1million dollars throughout
her career for the various disability charities

she supports. Karni is the National Disability
Insurance Scheme (NDIS) QLD Ambassador, sits
on the United Nations Women’s board, is a radio
broadcaster, a social commentator, and a highly
acclaimed and sought after International speaker.
Karni just did a TED speech, which has been
watched by thousands of people around the world
and she was the only TED speaker on the day to
receive a standing ovation.

CALUM GEMMELL
Calum Gemmell is a 21 year old student at the
University of NSW who was diagnosed with limbgirdle muscular dystrophy at the end of 2014. He'll
be giving a talk about his experiences as a young
adult discovering he has a disability.

HANNAH PENNINGTON
Hannah Pennington, 26 years old with a currently
un-diagnosable type of Spinal Muscular Atrophy.
The condition has been early-adult onset and
Hannah will discuss her difficulties which have
emerged from being a young adult with a
neuromuscular condition.
Hannah strives to find others with similar conditions
in hope that grouping together in whatever way
necessary will create a safe and comforting
environment and allows others to relate to struggles
associated with affected young adults.
Hannah's main goal is to create awareness about
the few young adults diagnosed or who are unable
to be diagnosed with neuromuscular conditions.

Children’s Tumour Foundation Victorian Activities
It has been a busy few months in the CTF part of the GSNV office! It has been great getting to know some of the families
and members of the NF Community here within Victoria. By Natalie McLean, NF Support Coordinator (VIC/TAS)
Since the end of July I have
attended and sat in on clinic
appointments with in the great
new NF Clinic here at RCH.
My role is to provide support
to families and an extra set of
ears. It helps me to ensure I am
aware of the needs of those who attend clinic, and
for you to become comfortable with me.
The first ever Victorian NF Family Camp took place at
the end of October with a fun Halloween theme and
a fine weekend full of fun and great experiences.
Two new Victorian-support groups have begun
in the last couple of months. We welcome Karla
Williams and the Geelong & Surrounds NF Support
Group and Leanne Forbes and the Melbourne NF
Support Group to the dedicated team of volunteers
who work as volunteers hosting peer support
activities across the country. This doubles the
number of Victorian based groups and adds to the
well-established Gippsland NF Support Group run
by Eddie Beulke and the more recently established
Albury/Wodonga NF Support Group led by Lana
Hanssens. If you are interested in attending their
meetings head to www.ctf.org.au for more
details or join our mailing list by contact me on
natalie.mclean@ctf.org.au.
The first Geelong support group meeting was
held at the Waurn Ponds Hotel with 12 attendees,
a great start. Their next meeting is scheduled

for Sunday 13 December 2015 – a Christmas
excursion to Melbourne Zoo!
The Melbourne support group met for the first time
at The Mitcham Hotel on Saturday 10 October.
A great turn-out of 13 including a new family and
a member with NF2. It is great to see everyone
getting involved and the group welcoming diversity.
An NF1 adult information seminar was also held at
the RCH on 25 November.
I was fortunate enough to be invited along to the
Gippsland support group meeting on 20 August in
Warragul. A great turnout of 21 gathered to discuss
everything from NF to the general details of life.
This well-established group is very inviting to new
members and is a fun forum for sharing experiences
and meeting new friends. So, new members are
welcome to attend the next meeting in Sale on
5/12/15 for a festive and relaxed Christmas party.
Lana Hanssens has been doing a great job in
Albury/Wodonga with 2 gatherings so far, the latest
one included a guest speaker. Going from strength
to strength this group is seeking to being fundraising
to ensure they can access services and activities to
make the group a great ongoing success.
As more events and services become available
there has been a push from the community to
organise an NF2 specific event, which I feel is
extremely important. In aiming to ensure the event
caters to the NF2 community in a way that works

for them I ask that those who would be interested
fill in the following survey www.surveymonkey.com/
r/NF2_CTFevent with the intention for the first
annual event to be held here in Melbourne, and
if successful we will look to move it around the
country so that all members of the NF2 community
have the opportunity to attend.
I have been in touch with quite a number of people
affected by NF in Tasmania, and am currently in
discussions with the Victorian Clinical Genetics
Service and the Tasmanian Clinical Genetics Service
to establish an event in the first half of next year.
Other regional centres can expect to see or hear
from me too over the coming months. It is planned
to hold two regional information sessions per year
on a rotating roster so that all areas of the state
are covered. Further information about these
events to be held in the first half of next year will be
published on the CTF website and in emails/letters
as the dates get closer.
Similarly, a family weekend event is in the pipeline,
and will develop over coming months, so watch
this space!
So, as you can see it really has been a busy couple
of months. I am in the office Monday to Friday,
and would love to hear from you in you or someone
you care about is affected by NF. I can be contacted
on 03 9936 6268 or Natalie.mclean@ctf.org.au.
Looking forward to meeting you soon.
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CONFERENCES

HGSA 39th Annual Scientific Meeting

The theme of the Human Genetics Society of Australasia (HGSA) 39th annual scientific meeting was Rare
Diseases and Indigenous Genetics, topics which are incredibly important within the genetic community,
though often face difficulties with support and management of conditions. By Anna Jarmolowicz
Genetic Support Coordinator, Keri and I recently
attended the conference held at the Perth Convention
and Exhibition Centre, overlooking the Swan River.
Prior to the conference, there was a meeting on
Saturday of the Australian Society of Genetic
Counsellors Special Interest Group. International
guest speaker, Brenda Finucane from the Geisinger
Autism & Developmental Medicine Institute in
Pennsylvania, America gave an interesting and
insightful talk into providing genetic counselling
services for women with intellectual disabilities. She
spoke about what women may find helpful and how
genetic counsellors can better meet these patient’s
needs. We then heard from Annette Stokes and
Christine Jeffries-Stokes about the amazing success
of the Western Desert Kidney Health Project. It was
great to learn about the project and also be able
to take away key messages about how to provide
appropriate services for Indigenous Australians.
Notable speakers at the conference included
Stephen Groft, an internationally respected figure

within the Rare Disease community. He spoke about
the growth and development of legislation supporting
those with Rare Disease both in the United States
and worldwide, and highlighted the import role that
patient advocacy groups play in influencing research
and also driving policy development. The take away
message of his talk was that change will only occur
with a global collaborative effort from international
Rare Disease communities which include patients,
researchers, health professionals and industry.
The GSNV also sees the value in international
collaboration and is supporting our Group Leader,
Louisa, while she works from Italy this year. It has
been a fantastic opportunity for her to meet with and
begin discussions about support for Rare Disease
with European groups.
The scientific poster session was held on
Sunday night and we were pleased to see the
finished poster of the recent survey undertaken in
collaboration with the Office of Population Health
Genomics Western Australia, Genetic Support
Network of Victoria, Rare Voice Australia, Genetic

Alliance Australia and the Genetic and Rare Disease
Network. This research provides key insights into
the challenges adults living with rare disease face
and will be a strong piece of evidence to provide
government to aid future policy making.
Being originally from Perth, I was also able to show
my colleagues some of the great sites the city has to
offer. We were able to explore Perth city and also the
lovely port town of Fremantle. A major highlight of the
conference was the Gala dinner at Fraser’s in Kings
Park. It was a fascinating and enjoyable weekend.
The next HGSA annual scientific meeting will be held
Hobart, Tasmania, Australia on 6-9 August 2016. The
theme for the conference is 'Integrating Genomics
into Healthcare'. The GSNV is actively involved in the
local HGSA Victoria/Tasmania conference organising
committee and is working hard to ensure a strong
scientific but also support orientated programme. We
are also hoping to present original research, led by
our new research assistant, Victoria. We look forward
to seeing you there!

7th National Paediatric Bioethics Conference
In early September the Children’s Bioethics Centre held its annual paediatric bioethics conference. This conference is
'designed to address ethically challenging aspects of providing health care for babies, children and adolescents'. This year’s
theme was Child health ethics: in the hospital and beyond.
The conference kicked off with an inspiring talk
from Dr David Isaacs, a well-known paediatrician
and advocate for children from asylum seeker
backgrounds. He started the Health Assessment
for Refugee Kids (HARK) Clinic in 2005, which
sees over 400 children from asylum seeker and
refugee backgrounds.
Dr Isaacs addressed the issue of children in
mandatory detention both in Australia and in
Manus and Nauru. Having spent some time
treating patients at the Nauru detention centre, he
presented firsthand information about the level of
fear that these families live in and the state of the
care that they are receiving.
He spoke of the damage that mandatory
detention does to the mental health of children
and how this tantamount to child abuse or
torture. He discussed the ethical issues arising
for doctors treating these children and asked the
question are medical professionals complicit in
this act of torture by treating these children and
therefore should clinicians boycott working at
detention centres. Shortly after this conference
clinicians at the Royal Children’s Hospital made a
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public stand condemning the practise of placing
children in mandatory detention.
Another interesting session was given by
Professor Lyn Gilliam, who is a clinical ethicist
and Academic Director of the Children’s
Bioethics Centre at The Royal Children’s Hospital
Melbourne. The session introduced the topic of
'the nexus between the hospital and community'.
Bob and Barb Patterson who are full time foster
carers who care for children with extreme medical
needs, gave their perceptive on caring for these
children. The couple spoke about some of the
challenges that they have faced but also discuss
the need to allow these children to have the same
experiences as healthy children.
Even with their high needs, the family take the
children on lots of days out and have even
managed a few holidays. They have been
associated with Melton Foster Care since 1996
when they began caring for their first child.
The couple both seemed matter of fact when
discussing their role as foster cares however
it was clear that they are doing a wonderful
job caring and nurturing these children who
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face some severe medical challenges. Their
selflessness and hard work was recognised when
they were both awarded the OAM in 2011 for
services to the community.
Flora Pearce who is a Social Worker at RCH,
presented her reflections about the focus of
health professionals to help families that have a
child with a disability access support services and
aid from charities.
Flora noted that there is difference in the amount
of support families can access, depending on
their child’s particular diagnosis. She also made
the observation that families that can access
high levels of support, may come to over depend
on these services and sorely miss them even
after their child with the condition has passed
away. Flora spoke about her fears that this
overdependence on accessing services may get in
the way of conversations that are needed for the
family’s emotional adjustment in the long term.
The 7th paediatric bioethics conference was
again a success, raising lots of lively debate and
educating the wider RCH community on the
ethical challenges of treating children.

CONFERENCES

Cystic Fibrosis Victoria Community Conference 2015
Cystic Fibrosis (CF) is the most common life threatening genetic condition in Australia. It causes the production of thick, sticky
mucous which affects a number of organs in the body, primarily the lungs and pancreas. By Elaine Stackpoole
At this time, there is no cure for CF but treatment
has improved over the years and research is
looking for ways to repair or replace the faulty gene
that is responsible for CF. For a child to be born
with CF, both parents need to be carriers of CF.
Most people who carry CF are unaware that they
do so as they are healthy and do not have a family
history of CF.
Cystic Fibrosis Victoria (CFV) was established by
parents of children with CF as a support group in
1974 and became an Incorporated Association 10
years later. CFV provides advocacy, support and
information to individuals and families living with
CF, while also running awareness programs for the
general public. CFV holds fundraisers, including the
upcoming Great Strides fun run/walk on Sunday
the 8th of November, and relies on the generosity
of the Victorian public and private philanthropic
sources to provide their services.
CFV runs a community conference every year
to provide the CF community with the latest
updates and opportunities for discussion with
medical experts and other members of the CF
community. This year, the conference was held on
29 August at the Augustine Centre in Hawthorn.
Throughout the day there were presentations
on a wide range of topics including advances in

treatment, self-advocacy, sexual and reproductive
health, mental health, insurance, paediatric to
adult care transitioning, transplantation, nutrition
and surveillance, as well as Q&A sessions with
members of the CF community.

Some sections of the website include videos that
describe the experiences of young people with CF,
allowing adolescents to relate to others who have
been through similar situations. The online tool can
be found at www.spill.org.au.

An exciting highlight of the conference was
the presentation on advances in treatment by
Professor John Wilson, Head of the Cystic
Fibrosis Service at the Alfred Hospital. Following
the success of Ivacaftor (Kalydeco), a drug that
can benefit those with rare mutations including
the G551D mutation, several other drugs entered
clinical trials. One of these, Orkambi, was
approved by the US Food and Drug Administration
(FDA) on the 2nd of July for people 12 years and
older living with the double (homozygous) F508
delta gene mutation. If the drug is approved by
the Therapeutic Goods Administration (TGA) and
Pharmaceutical Benefits Scheme (PBS) it will be
available to approximately 1000 Australians living
with CF in 2016.

The Q&A sessions were extremely valuable as
parents and other family members of children with
CF were able to ask adults with CF questions
about their lives. Nardia (47), Sharon (44) and Beau
(27) were inspirational and answered personal
questions about their careers and lifestyles which
gave hope to everyone who has been touched by
CF. Nardia’s take home message was to recognise
and capitalise on your abilities and to maintain
an active lifestyle. Sharon reminded people to be
kind to themselves and not to wait until problems
become severe to seek help. Beau’s advice was to
encourage and support people living with CF while
remembering to give them their space.

CFV CEO Karin Knoester discussed sexual and
reproductive health for adolescents which included
the demonstration of a recently developed online
tool. This tool aims to educate adolescents with
CF by providing accurate, specific information
which is presented in an engaging, interactive way.

The CFV community conference was incredibly
interesting and informative and I’m very thankful
for the opportunity to attend. If you want more
information about CFV and the amazing work they
do, check out www.cysticfibrosis.org.au/vic.
Conference presentations www.cysticfibrosis.
org.au/vic/community-conference

Leukodystrophy – The past, present and the future.
On Tuesday 25 August several families affected by leukodystrophy and their friends, carers, educators, health professionals
and supporters came together to attend a seminar at Murdoch Children’s Research Institute.
The event featured presentations by Dr Rick
Leventer (RCH), Stephen Damiani (Mission
Massimo, Cracking the Code) and special guest
Dr Adeline Vanderver (Director, Myelin Disorders
Clinic, Children’s National Health System, USA).
Dr Leventer set the scene by explaining what
happens in the brains of young children
with leukodystrophies. He explained that
leukodystrophies are a disorder of the white matter
in the brain – the white matter is mainly composed
of fibres that connect the cells bodies (grey matter)
of neurons in the brain. The fibres or axons, are
insulated with a fatty white substance that are
essential for the proper functioning of the nervous
system, called myelin. When a baby is born, they
have very little myelin. However, from around 5
months to 5 years old, the fibres become insulated
with myelin during typical development. When the
growth or the maintenance of myelin is disrupted
during development and subsequent neurological
symptoms may develop. This outcome is known
as leukodystrophy. Symptoms include a decrease
or loss in hearing and vision, spasticity, loss of

full control of bodily movements and cognitive
deterioration.
Stephen Damiani provided a parent perspective,
sharing his son, Massimo’s, experiences of
searching for a treatment for leukodystrophy,
who was diagnosed following whole genome
sequencing (WGS). Stephen collaborated with Dr
Ryan Taft to determine that Massimo had gene
faults in both copies of his DARS gene. They
also identified other children around the world
with similar gene changes and learnt about a
corticosteroid based treatment that had helped
some of these children. When Massimo was put
on the same treatment he regained some of the
skills that he had originally lost.
Watch cracking the code, the diagnostic journey
of Massimo and his family, here: www.abc.net.au/
austory/specials/crackingthecode
Dr Vanderver also gave an update on the advances
being made using stem cell and gene therapies,
and how WGS has helped increase the proportion

of children achieving a diagnosis. Moreover, exome
sequencing when a child first shows symptoms,
helps them access early interventions compared to
the old method of diagnosis that used MRI, and on
average took 8 years to achieve a diagnosis.

GLOSSARY
Exome – the sequences in the
genome that encode for the proteins,
the building blocks of your body.
Genome – the complete set of genetic
information you have which determines
how your body functions and what it
looks like.
Sequencing – Also known, as DNA
sequencing is a molecular method
used to determine the order of the
nucleotides: A, T, G and C (molecular
building blocks) in our genome.
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New Guidelines for Assisted
Reproductive Technology in Australia
In Australia, there are rules and regulations surrounding the use of assisted reproductive
technology (ART). This includes laws such as Commonwealth legislation, State and territory
legislation and Acts which prohibit or allow certain technology to be used. There are also many
guidelines and statements, which while do not have the authority to prohibit practice, do provide
a framework for clinical practice and research. By Anna Jarmolowicz
The National Health and Medical Research
Council (NHMRC) is the peak body in
Australia for the development of guidelines
principles and recommendations for
procedures or practices with the field of
health. They developed a set of guidelines
for the use of ART which are useful for
health professionals, researchers, infertility
clinics, Human Research Ethics Committees,
accrediting bodies and Governments.
These guidelines were initially developed in
2002 and revised in 2007 to become the
“NHMRC Ethical guidelines on the use of
Assisted Reproductive Technology in clinical
practice and research”. These guidelines are
currently under review again to reflect the
changing ART landscape.
The review is concerned with updating
guidelines regarding the ethical guidelines
for the clinical practice of ART. This is
an important issue for the Australian
community and many groups and
individuals have submitted their comments
and concerns during the initial review period
in early 2014. These submissions were
considered by the ART Working Committee
to inform the development of draft ethical
guidelines which are currently undergoing
public consultation.
The key areas of concern for the genetic
health community that are being questioned
in this draft review are whether there are
gaps in the current ethical guidance for
preimplantation genetic diagnosis (PGD), in
particular sexual selection of embryos and
HLA matching.
PGD has allowed couples worldwide the
opportunity to conceive healthy children
despite a known genetic condition in the
family, however PGD also have other uses.
One is the ability to have a child who can
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be a donor of cord blood or stem cells
for their sick sibling, in a process called
HLA matching. HLA matching is available
in Australia, though IVF clinics must seek
the advice of clinical ethics committees or
other regulatory bodies when making the
decision to use this technology. The panel
are seeking review to see whether these
guidelines should be amended in the future.
Another key area seeking review is the
practice of sexual selection, in which client’s
using IVF can choose whether a male or
female embryo is implanted. This practice
has been illegal in Australia since 2005,
except to avoid serious X-linked genetic
conditions or reduce the chance of a child
being affected by autism.
Some people wish to allow sexual selection
for nonmedical purposes, such as family
balancing. Sexual selection has been
available in America for many years and
couples from Australia have been traveling
overseas to use this technology at great
personal cost.
The NHMRC review is asking whether the
Australian community believes it is appropriate
to allow people to choose the sex of their
child. In the case of sexual selection for
genetic conditions, the review also wishes to
define a “serious genetic condition” that would
be eligible for sexual selection.
The revised guidelines will be released in 2016.
A copy of the current guidelines can be
found at: www.nhmrc.gov.au/guidelinespublications/e78
You can follow this ethical review on the
NHMRC website: www.nhmrc.gov.au/
health-ethics/ethical-issues/assistedreproductive-technology-art/review-partb-ethical-guidelines-c
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GLOSSARY
ART: Assisted Reproductive Technology
or ART is any technique which is used
to assist in conception or reproduction.
There are laws and guidelines in
Australia which govern who is able to
provide or research these techniques.
IVF: In Vitro Fertilisation or IVF is a
technique used to overcome a range
of fertility issues. An egg and sperm
brought together in a laboratory
to create an embryo which is then
implanted in the woman’s womb
PGD: Pre Implantation Genetic
Diagnosis or PGD utilises IVF technology
to prevent passing on known inherited
conditions in a family. Prior to the
embryo being implanted, it is checked
to ensure that it does not carry the
condition causing gene.
HLA protein: Human leukocyte antigen
(HLA) is a protein found on many cells
in the body.

HMRC Ethical guidelines on the use of
assisted reproductive technology in clinical
practice and research (2007) document is
separated into three parts:
Part A: background and introductory
material
Part B: ethical guidelines for the clinical
practice of ART
Part C: ethical guidelines for research
(consistent with the Prohibition of Human
Cloning for Reproduction Act 2002) and
the Research Involving Human Embryos
Act 2002)
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Your Say… Your Thoughts

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.

Introducing our newest GSNV Committee member, Dr Jennifer Ralph James
Dear GSNV
Community,
I am delighted to
introduce myself as
the newest board
member of the GSNV
Committee. It is a
privilege to have
the opportunity to contribute to the GSNV
mission alongside such dedicated and
knowledgeable fellow committee members.
By way of background, I am a medical
affairs professional working on novel
therapies for particular conditions with
an inflammatory and immunological
component in the pharmaceutical industry
Prior to this, working in the research
funding arena for the Irish Government,
I gained important insights into the early
research behind promising scientific
developments including those related to
genetic diseases. I have an interest in the

Congratulations

Megan Fookes
The GSNV congratulates
Megan Fookes, director
of Rare Voices Australia,
for her nomination for
an Australian of the Year
award, in recognition
her achievements in
advocacy and her campaign work for a
national rare disease policy.

ethical and research integrity considerations
associated with forefront research and I sat
national committees for these topics. As
a biomedical researcher, I completed my
doctoral and postdoctoral research in the
rheumatology field in Ireland and Australia
including at Monash Medical Centre in
Melbourne. I hold a Bachelor of Science
and PhD from University College Dublin.
My own research benefitted from the
generosity of patient participation and
initiated my particular interest in the patient
journey. My involvement in developing
information materials for patients with
serious diseases, including metastatic
melanoma and rheumatoid arthritis,
emphasised for me the pivotal perspective
of the patient during their treatment. Also
meaningful for me was my experience in
collaborating with healthcare professionals
to deliver medical education on novel
therapies to those working at the interface
of direct patient care. This exciting era of

high-throughput information, treatment
choice and medical developments means
patient empowerment is key to navigate
the opportunities and challenges that
undoubtedly arise, and I believe the GSNV
plays an important role in this regard for
those affected by genetic conditions.
My professional experience to date has
provided me with a unique 'bench to
bedside' perspective on the health sector.
Equally important on a personal note,
working with the GSNV has resonance
for me as my family has been touched by
a condition with a genetic component.
Collectively, I hope my experience and
insight will enable me to make a valuable
contribution to the GSNV committee.
I look forward to working with and learning
from the GSNV community.
Dr Jennifer Ralph James

AUTISM SPECTRUM AUSTRALIA

AUTISM SPECTRUM AUS
TRALIA

Let sweet friendship flutter
and take flight with Scentsy
’s newest cause Buddy,
be still growing into his
Bernie the Buddyfly. This
wings, but he already knows
cuddlebug might
how to be an extraordinary
help you right back.
friend. Help Bernie learn
to fly and he’ll

Let sweet friendship flutter and take flight with Scentsy’s newest cause Buddy, Bernie the
Buddyfly. This cuddlebug might be still growing into his wings, but he already knows how to
be an extraordinary friend. Help Bernie learn to fly and he’ll help you right back.
$54 AUD includes SCENT

PAK

Your purchase helps Autism
Spectrum Australia (Aspec
t) achieve it’s goal of providi
to realise their unique potenti
ng people with Autism the
al, as well as providing much
opportunity
needed support to their
leagues. Scentsy will donate
families, care-givers, friends
$11.50 from the sale of
and coleach Bernie the Buddyfl
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education, diagnostic
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Your purchase helps Autism Spectrum Australia
(Aspect) achieve it’s goal of providing people with
Autism the opportunity to realise their unique
potential, as well as providing much needed
support to their families, care-givers, friends and
colleagues. Scentsy will donate $11.50 from the
sale of each Bernie the Buddyfly to ASPECT
to help fund education, diagnostic
assessments, behaviour support, parent
and family support and adult programs.

$54

Kerry Bootsman, Ph: 0439 946 245
Kerrybootsman1@gmail.com

includes
scent pak
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ABOUT MDDA
The Metabolic Dietary Disorders Association (MDDA) is recognised
as the National peak body representing IEM individuals in Australia.
The MDDA works closely with the
Federal Government of Australia
along with organisations such as the
Australian Society for Inborn Errors
of Metabolism (ASIEM), Rare Voices
Australia, Genetic Alliance Australia,
GSNV, HGSA and many other related
groups and associations.
The MDDA provides regular events,
activities, and forums for members
to meet, connect and share – with a
focus on peer mentoring and support,
effective dietary management and
wellbeing, and progression of latest
IEM research and medical information.
Since inception (in 1996), the
MDDA has been instrumental in

IEM Food Grant – Small numbers – loud voices!
By Monique Cooper, President, Metabolic Dietary Disorders Association (MDDA)

On 21 May, 2015 the Australian Federal Government announced the IEM (Inborn Error of Metabolism) Food Grant
program would cease at the end of 2015 as part of the national health budget cuts being rolled out across the country.
Since 2001, this grant has been provided
as a fundamental family support payment
for individuals diagnosed and living with rare
genetic inborn errors of metabolisms (IEMs).
Around 1 in 15,000 babies each year are
diagnosed with an (Amino Acid) IEM, in most
cases, picked up via the newborn screening
(Guthrie) test in infancy, and treated through
the combination of medication and an
immediate, strict and lifelong low protein diet.
This grant assisted families with the high
costs associated with maintaining a very
limiting and costly low protein medical
diet in order to avoid severe and often life
threatening medical consequences (such as
irreparable brain damage, liver failure, coma
and in some cases death)
Neither MDDA nor medical professionals
from the Australasian Society for Inborn
Errors of Metabolism (ASIEM) were consulted
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in the decision by the government to cut the
grant, and thus the announcement came as
a surprise to everyone.
The MDDA spearheaded the inception of the
IEM Food Grant by the Australian Federal
Government back in in 2001 (as a monthly
support payment), and since then (approved)
IEM families have relied on the grant to assist
with covering the hefty costs associated
with the specialised diet and medical
foods required to prevent serious health
implications – with many staple foods such
as bread, flour, rice and pasta costing up to
700% more than regular supermarket foods.
Upon confirmation of the cut, the MDDA
immediately moved to mobilise their
member community to take action and
stand up for what was an ill informed
decision impacting on the health and
livelihood of the 985 individuals involved.
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An immediate local government campaign
was activated to ensure local MP’s around
the country were made aware of the situation
and educated on what an IEM was and the
serious implications of non-compliance to
the necessary and life-long expensive diet.
MDDA took to social media sharing
personal FACES and stories of the many
individuals (children and adults) directly
impacted by the decision, embarking on an
awareness campaign to educate the wider
community and government on the many
challenges faced by individuals living with an
IEM and the high costs associated with the
essential medical diet.
The success achieved through social
media was unanticipated with over 25,000
individuals reached within a very short
period of time – mainly through organic
growth of individual families, friends, carers
and loved ones getting behind the cause.

Over 10,000 supporters signed the
MDDA online petition within its first
week of launching, and exponential
growth in social media followings was
experienced through both twitter and
facebook for the MDDA sparking public
debate in a number of areas.
GSNV, along with other affiliated
organisations such as; Rare Voices
Australia, PKU NSW, Genetic Alliance
of Australia, The Australian Dietitians
Association and many others joined
forces to provide a united front and
reinforce the uniqueness of the
metabolic diet and the importance
of providing ongoing support for
diagnosed individuals.
In addition to the social media
breakthrough, the MDDA achieved
excellent coverage through several
mainstream media outlets, featuring on
major national news networks and in
many local newspapers around
the country.
The highlight was when major radio
station 2UE Sydney – Justin Smith
– ran with the story in a number of
his drive time programs bringing the
conversation into a very public eye

the introduction and reshaping of a
number of government policies and
initiatives involving the IEM community,
including most recently achieving
victory in the reinstatement of the IEM
Food Grant – a monthly food grant
provided by the Federal Government
(through MDDA’s initial appeal) to
assist families with the hefty costs
associated with adhering to the strict
low protein medical diet.
To assist the ongoing efforts of the
MDDA in supporting families of
individuals with rare genetic Inborn
Errors of metabolism, donations are
most gratefully accepted via
www.mdda.org.au/donate

and motivating an eventual public
announcement direct on air by the
Minister herself regarding the error of
their ways and eventual reversal of
their decision.
After 71 days of effective campaigning,
on 31 July 2015, the MDDA welcomed
with open arms the news that the
Federal Government had reinstated
the IEM Food Grant for all recipients.
This announcement ended the
uncertainty hundreds of families across
Australia were facing and renewed
many people’s faith in the Australian
Government’s willingness
to support the
rare disease
community.

Charlie, Chloe
and Monique's
husband Dean.

PROFILE
Monique Cooper,
President, Metabolic Dietary
Disorders Association (MDDA)
Monique has been involved
with the MDDA since 2010,
when her son Charlie was
diagnosed at birth with a rare
Inborn Error of Metabolism
(IEM), picked up via newborn
screening, known as PKU
(Phenylketonuria).
Having PKU means Charlie cannot metabolise
a specific amino acid found in protein causing a
dangerous build-up of toxins in his blood stream
that, without lifelong treatment and a very strict
low protein diet, can lead to brain damage.
Like many new parents, Monique and her
husband Dean reached out to the national
support group MDDA when Charlie was born
to meet with other families faced with the same
diagnosis, developing a personal network of
support and ensuring the best possible path
was taken for a positive future for Charlie.
The MDDA educates, connects and enables
individuals and families living with an Inborn Error
of Metabolism (IEM) – ensuring more informed
choices and a better quality of life.
Following a year of involvement on the
committee, in 2012, Monique became president
of the association, and since this time has lead
the Executive team towards the fulfilment of a
re-energised vision, being… All individuals living
with an IEM are leading a life at full potential, not
limited by choice or resource.
The MDDA is a volunteer centric organisation,
and Monique along with the whole Executive
board and extended committee
members give very willingly of their time
to support the office secretariat staff,
liaise with key stakeholders and drive
the overall vision and direction of the
organisation.
In addition to her volunteer role as
President of MDDA, and being mother
of two children Charlie (5 yrs) and Chloe
(10 yrs), Monique is also director of
her Melbourne based business gener8
EVENTS.
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Communities Working
Together Conference

By Vassiliki Dandanis

“What’s that lab?”
Our new regular segment, ‘What’s that lab?’ aims
to inform our members about laboratory research in
Victoria. In this edition Dr. James Murphy head of
the Murphy lab, within the Cell Signalling and Cell
Death Division of the Walter and Eliza Hall Institute
of Medical Research, tells us about his lab’s role.
The Murphy lab, focuses on understanding how proteins
within cells interact, and how genetic mutations that
disrupt these interactions can cause human disease.
We are particularly interested in interactions between
proteins involved in cell signalling. The network of
signalling proteins within cells can be likened to an
electronic circuit. Our research is identifying the missing
components in these ‘circuits’ and explaining how
diseases are caused by faults in the circuit components.
By understanding how faulty signalling causes disease,
we aim to develop drugs to control the actions of faulty
components. The systems we study are especially
relevant to inflammatory diseases such as psoriasis,
rheumatoid arthritis, Crohn’s disease, and cancers.

For further information on Council’s Disability Awareness in School’s Program, contact
Council’s metro access officer on 9524 3333 or visit www.gleneira.vic.gov.au.
The day had a diverse range of
community groups gather and
present their stories. The groups
that gathered included a church
group, Probus Club, coffee van,
and groups supporting women with
postnatal depression and people
with disabilities. What connected
all these groups that presented is
that they all support and engage
their local community. The day was
interspersed with lots of activities to
get community members mingling
and exchanging stories, including a
photo booth and coffee cart.

Hildebrand JM, Tanzer MC, Lucet IS, Young SN, Spall SK,
Sharma P, Pierotti C, Garnier JM, Dobson RC, Webb AI,
Tripaydonis A, Babon JJ, Mulcair MD, Scanlon MJ, Alexander WS,
Wilks AF, Czabotar PE, Lessene G, Murphy JM, Silke J. Activation
of the pseudokinase MLKL unleashes the four-helix bundle
domain to induce membrane localization and necroptotic cell
death. Proc Natl Acad Sci U S A. 2014 Oct 21;111(42):15072-7
Twitter @pseudokinase
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Chen K, Hu J, Moore DL, Liu R, Kessans SA, Breslin K, Lucet
IS, Keniry A, Leong HS, Parish CL, Hilton DJ, Lemmers RJ, van
der Maarel SM, Czabotar PE, Dobson RC, Ritchie ME, Kay GF,
Murphy JM, Blewitt ME. Genome-wide binding and mechanistic
analyses of Smchd1-mediated epigenetic regulation. Proc Natl
Acad Sci U S A. 2015 Jul 7;112(27):E3535-44.
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Tanzer MC, Tripaydonis A, Webb AI, Young SN, Varghese LN,
Hall C, Alexander WS, Hildebrand JM, Silke J, Murphy JM.
Necroptosis signalling is tuned by phosphorylation of MLKL
residues outside the pseudokinase domain activation loop.
Biochem J. 2015 Aug 17.

Michelle Kornberg from caring mums
presented about caring mums
program supporting mums with
young children from age 0-1 year old
who need some extra support. This is
a Jewish organisation but will support
mums from any background.

SAVE
SAVE
SAVE
DATE
DATE
DATE
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The day emphasised being healthy
and well by making connections,
and was all about community groups
making connections. Of particular

SOME RECENT PUBLICATIONS:

interest was Louisa Gibson who
spoke about the pop up cafe that
runs for 4 days a year by Access Inc.
Jewish disability service in Caulfield
North. The cafe is run by volunteers,
staff and clients of Access Disability
Service as a means of training young
people vocationally to work in the
community who have moderate to
severe intellectual disabilities. The
young people are paid fair wages for
their work.

the

The lab has made a recent discovery about a gene involved
in muscular dystrophy; a description of this work is featured
as the cover story in this edition of the newsletter.

Vassie is involved with Glen Eira Council Disability in Schools
Program that is aimed at raising awareness in schools to help
students understand the experience of living with a disability.
Her first presentation was held in May at Caulfield South
Primary School. Vassie has recently completed a Bachelor
of Youth Work at Australian Catholic University. Vassie
recently attended the Communities Working Together Conference held by
Glen Eira City Council.
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SERVICES

GSNV Evaluation Project
by Victoria Rasmussen

Victoria Rasmussen is a
psychological researcher
with experience in the
onco-genomic setting
and the newest member
of the GSNV team.
Victoria completed a
Bachelor of Arts (Honours
in Psychology) at The
University of Sydney in 2013. Her final thesis
work was an international study investigating the
prevalence and antecedents of burnout among
psychosocial oncology professionals from over
thirty countries.
Victoria’s interests in health psychology and
biostatistics have since developed and intersect
with her work in the genomic health setting. She
is an experienced member of the Psychosocial
Onco-genomic Research Group at the Peter

MacCallum Cancer Centre. Through her work
role, Victoria has helped to generate research
exploring the lived experiences of families with
inherited cancer syndromes and is engaged in
the translation of genetic research findings into
clinical practice.
Now, together with the GSNV staff and key
stakeholder representatives, Victoria is applying
her experience and training in mixed research
methodologies to design and conduct a
comprehensive evaluation of the GSNV. The
12-month project is on track with significant
headway already achieved the first stage of
the evaluation. Analysis of the GSNV internal
database is now underway with special thanks
to GSNV volunteer and Master of Genetic
Counselling student, Elaine Stackpoole, for her
data cleaning assistance. Preliminary findings and
a progress report will be provided next newsletter.

STUDY DESCRIPTION
The GSNV stands alone as a genetics support
service in Victoria and is uniquely positioned
to bridge the community and clinical service
providers. In recent years it has been vital that
the service adapt to the changing environment
in genetics services with the introduction of
new and advanced genetic technologies and
the genomics era.
To ensure the network’s high relevance
and viability to the growing number of
individuals seeking specialised support,
research is needed to determine the needs
of these individuals in addition to significant
organisational review. Thus, we are conducting
an extensive internal evaluation in collaboration
with important stakeholders. Input will be
sought from representatives of key government
and health organisations as well as members
of the genetics health community including,
individuals affected by genetic and rare
disease, health professionals, advocators,
students and educators.
This evaluation study aims to determine the
information and support needs of genetics
health community members and explore how
they may have evolved over the past five years.
Secondly, we aim to assess the degree to
which GSNV services align with – and satisfy
– the needs of genetics health community
members and fulfil wider organisational
objectives. This evaluation will take a broadly
formative, developmental approach to ensure
that the study informs the future direction,

scope and form of genetics support services
in Victoria. The approach is participatory and
inclusive, seeking to garner the widest possible
input from stakeholders.
The GSNV evaluation project is divided
into three key stages: 1. Analysis of the
GSNV enquiry database; 2. Quantitative
help-seeker survey; 3. Focus groups with
members of the genetics health community.
This project will help develop the perspectives
of the genetics health community members in
discussions on support services, by including
stakeholder representatives on a supervisory
board to oversee the study. Additionally,
scholars with expertise in evaluation and
qualitative methodologies will also be included
on the board, thus strengthening the project
design and ensuring the high quality of
findings produced.
The aggregate findings will be fed back to the
participants individually and will be made available
to community members via the GSNV website,
newsletter and annual report. In addition, the
findings will be published in peer-reviewed
journals and presented at domestic conferences.
If you are a service user, with previous personal
or professional interactions with the GSNV, and
you would like more information please contact
the associate investigator, Victoria Rasmussen,
on victoria.rasmussen@vcgs.org.au. Anyone
simply wishing to learn more about the project
is also welcome to make contact.

RESOURCES
Useful Apps for
your phone or tablet
Emergency Chat App
This apps helps people who are
experiencing sensory overload to
communicate via text based chat
geekclubbooks.com/2015/08/
meltdown-emergency-chat-app-help

NRS App
The NRS app gives National Relay
Service users mobile access to a range
of NRS services.
relayservice.gov.au/support/nrs-app

OpenAccess Alerts
OpenAccess Alerts is a useful mobile
app for people who are deaf or hearing
impaired, providing up-to-date and easyto-read information about what’s going
on around them.
conexu.com.au/services-projects/
openaccess-alerts

OpenAccess Chat
OpenAccess chat offers an affordable,
mobile and flexible face to face
communication channel for deaf and hard of
hearing individuals to interact with anyone.
itunes.apple.com/au/app/openaccesschat/id1002272475?mt=8

TapTapSee App
TapTapSee is a mobile camera application
designed specifically for the blind and
visually impaired iOS or Android users.
The app utilizes the iDevice’s camera and
VoiceOver functions to photograph objects
and identify them out loud for the user.
www.taptapseeapp.com

Out and About App
Out & About app is designed to assist
carers and individuals with disability or
mobility issues to better access their
community and plan a great day out through
information about accessible venues and
events across metropolitan Melbourne.
outandaboutapp.com.au
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IN BRIEF

ArtAbility®, now in its 11th year, is a project created by ADEC (Action on Disability
within Ethnic Communities). It is a yearlong arts project which comprises of relaxing
art workshops for people of all ages, either living with or caring for someone with a
disability from culturally diverse backgrounds around Victoria.

GSNV HOLIDAY HOURS
The GSNV will be closed from
24 December until 4 January 2016.
For the remainder of January, the GSNV office
will be operating with reduced staff and will be
unattended on Mondays and Wednesdays.
All enquires will be attended to as soon as
possible. We appreciate your understanding.

The workshops culminate at the annual
exhibition, this year’s theme being Future
Landscapes, once again at Federation
Square’s Atrium from 7-17 December 2015.
This project gives the artists a chance
to mingle with like-minded people,
connect isolated people with the larger
community, raise their artist profiles, forge
new career paths, build self-esteem,
share their rich and diverse cultural
heritages through image, colour and
texture and facilitate cathartic healing
through the powers of art.

This year we have hosted workshops for
the Turkish community of carers, Egyptian
carers, children with autism, seniors
and soon we will host the Chinese and
Burmese communities, the latter being
held in Wyndham. Come and celebrate
the works of all these incredible artists at
our ArtAbility exhibition. We look forward
to seeing you there!
If you would like further information about
ADEC or our ArtAbility project please visit
the www.adec.org.au website.

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 either 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.

EVENTS
DECEMBER
3 December

International Day of Persons with Disabilities

9 December

Melbourne Leukodystrophy Charity Challenge Golf Day & Lunch

12 December

Syndromes Without A Name Festive Gathering

13 December

Heartkids Christmas Party

JANUARY

ACKNOWLEDGEMENTS

16 January

Cardiomyopathy Australia Social Lunch Get-Together

28 January

Neuromuscular Support Group for Young Adults Seminar

The GSNV is proudly supported by a grant made
possible by the Department of Heath, Victoria.
The GSNV thanks the Murdoch Children’s Research
Institute and the Victorian Clinical Genetics Services
for ongoing collaboration and support of our
work. The GSNV thanks its financial members and
acknowledges the kind donations.

29-30 January

Mitochondrial Educational European Training (MEET) symposium
– Nijmegen, The Netherlands

20

FEBRUARY
29 February

Genetic Support Network of Victoria Summer 2015-2016

Rare Disease Day Celebration at MCRI further details TBA

