
Direct-to-Consumer (DTC) genetic tests  

Connect        Inform        Support        Empower 

The tests developed by Australian company 
Life Letters intend to change the way couples 
plan a pregnancy and give information to 
patients who don’t think their medical 
treatment is working. 
 

Important factors to consider if you are 
thinking about having  in a DTC genetic test? 
 

There are important factors to consider if you 
are thinking about having a DTC genetic test, 
including that: 
 

 Companies offering DTC genetic tests 
are mostly located overseas and may 
not meet the quality standards that 
apply in Australia; 

 A person’s genes are not the only things 
that determine their future health, and 
the results of genetic tests need to be 
considered in the context of other 
factors such as lifestyle, environmental 
factors and normal ageing; 

 Some DTC companies may sell 
information about you and your genetic 
results to pharmaceutical and other 
companies; and 

 Obtaining your own genetic test results 
may reveal unexpected information 
about you and your blood relatives.  This 
information may also have implications 
for obtaining risk-rated life insurance. 

 

Genetic issues are complex, and DTC genetic 
tests should not be used as the sole basis for 
clinical decision making and health care.  

 

In recent years, there has been significant 
increase in the number of Direct-to-Consumer 
(DTC) genetic tests that consumers can 
purchase over the internet, without the 
involvement of a doctor.   
 

The National Health and Medical Research 
Council (NHMRC) recommends that 
consumers interested in purchasing DTC 
genetic tests should exercise caution and 
understand the important issues associated 
with DTC genetic testing. 
 

In a recent article by News Limited 
[25/02/15: http://www.news.com.au/
lifestyle/health/the-genetic-test-to-have-
before-you-get-pregnant-or-start-taking-new-
medicine/story-fneuz9ev-1227238836925]  
they discuss a new home based saliva test 
that will let couples know their risk of passing 
on 145 genetic faults to their children.   
   
Another new test will allow Australians to find 
out whether their genes reduce the 
effectiveness of common medicines like anti-
cholesterol drugs, antidepressants and pain 
killers. 
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Anyone who has concerns about a genetic 
condition, or about their current or future 
health, should consult their doctor.   
 

In Australia, when genetic testing is suggested 
by a doctor, patients are referred to a clinical 
setting and provided with access to a broad 
range of professional advice, support and 
genetic counselling. This level of support and 
advice may not be available from a DTC genetic 
test provider. 
 
What consumer protection is available when 
dealing with Australian and/or overseas DTC 
testing laboratories? 
 

As DTC DNA testing is a relatively new and 
mostly unregulated industry, customers of these 
services should exercise caution in choosing a 
provider.   
 
In Australia, laboratories wanting to offer DTC 
genetic tests must adhere to Australian 
regulatory requirements — for example, formal 
accreditation undertaken through the National 
Australian Testing Authority (NATA).    
 
If the laboratory offering the DNA test is located 
overseas, it may be difficult to determine the 
type of accreditation obtained by that 
laboratory, or how well the laboratory will 
perform the DNA test.  Disclaimers attached to 
the testing may clear the DTC genetic testing 
company of any responsibility if an inaccurate or 
incorrectly interpreted test result is provided to 
the consumer.    
 
The degree of consumer protection is even 
more difficult to determine where DTC genetic 
tests are offered by overseas laboratories. 
 
Although Australian law protects a consumer’s 
privacy rights where services are provided in 
Australia, these protections do not apply outside 
of Australia.   
 
It is difficult to determine how well privacy is 
safeguarded by DTC DNA laboratories outside of 
Australia. 
 

Additional online information available from 
NHMRC - Downloads: 
 

 Direct-to-Consumer Genetic Testing: A 
Statement from the National Health and 
Medical Research Council (NHMRC)                         
https://www.nhmrc.gov.au/guidelines/
publications/g9 

 Discussing Direct-to-Consumer Genetic 
DNA Testing with Patients: A Short Guide 
for Health Professionals  https://
www.nhmrc.gov.au/guidelines/
publications/g7 

 Understanding Direct-to-Consumer 
Genetic DNA Testing – An Information 
Resource for Consumers                
https://www.nhmrc.gov.au/guidelines/
publications/g8 

 

Information Source: NHMRC:  Direct to 
Consumer (DTC) DNA tests [Accessed 

4/03/2015].  https://www.nhmrc.gov.au/
health-topics/genetics-and-human-health/

genetic-testing-and-applications/direct-
consumer-dtc-dna-tes 

 
 
Genetic Services Western Australia  
 
Genetic Services of WA (GSWA) is the sole 
provider of clinical genetic services in WA. 
This multi-disciplinary service offers the full 
range of diagnostic, educational and training 
programs relevant to the modern practice of 
medical genetics.  
 
Services are provided by clinical geneticists 
and counsellors working closely with DNA and 
cytogenetic laboratories and associated 
disciplines, such as diagnostic imaging and 
obstetrics. The protocols and procedures 
accord with the Human Genetic Society of 
Australasia Guidelines for Clinical Genetic 
Services. 
 
Website:  http://www.kemh.health.wa.gov.au/
services/genetics/#about 
 

https://www.nhmrc.gov.au/guidelines/publications/g9
https://www.nhmrc.gov.au/guidelines/publications/g7
https://www.nhmrc.gov.au/guidelines/publications/g8
https://www.nhmrc.gov.au/health-topics/genetics-and-human-health/genetic-testing-and-applications/directconsumer-dtc-dna-tes
http://www.kemh.health.wa.gov.au/services/genetics/#about
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Study: Direct-to-consumer DNA testing and the  
general practitioner 

Ronald Trent PhD, FRACP, FRCPA, Professor of 
Molecular Medical Genetics, Sydney University and 
Royal Prince Alfred Hospital, Camperdown, NSW. 
 

Background 
From early 2000 a new form of DNA genetic 
testing became available commercially. It 
bypasses the medical practitioner and can be 
ordered directly by the individual. 
 

Objective 
To understand direct-to-consumer (DTC) DNA 
genetic testing and be able to respond 
appropriately if asked to be involved by a 
patient. 
 

Discussion 
Presently, all but one or two DTC DNA genetic 
testing laboratories are located outside 
Australia. The industry promotes itself as a 
means to better health through giving 
individuals complete control over their results. 
When communicating with patients about DTC 
DNA genetic testing, general practitioners will 
need to make a determination about the 
clinical utility of the test and the laboratory 
validity, both of which can be difficult in the 
current environment. Assistance may be 
available through public hospital clinical 
genetics services, although waiting times can 
be long. There is likely to be tighter regulation 
of these types of testing in the future, which 
may include involvement of medical 
practitioners. 
 
Direct-to-consumer (DTC) DNA genetic testing 
for medical purposes involves the sale of these 
tests to the public without the involvement of a 
medical practitioner. It provides an internet-
based model for delivering genetic medicine 
and is feasible because DNA can be 
transported by post. Presently, all but one or 
two DTC DNA genetic testing laboratories are 
located outside Australia, predominantly in the 
USA. In these circumstances Australian 
consumer protection laws do not apply and 
court proceedings, should problems arise, 

would be based overseas.  
There are advocates for this type of service 
delivery but the industry has also been criticised 
because there is little scientific evidence that 
the product sold (medical DNA genetic tests 
covering a range of medical disorders to normal 
traits) can deliver on the many broad promises 
for better health (Table 1 see: http://
www.racgp.org.au/afp/2014/july/dna-testing/).  
 
Nevertheless, this model is unlikely to go away 
and the general practitioner (GP) might, at some 
time, have a patient requesting this service or 
presenting with results from DTC DNA genetic 
testing. For the purpose of this article, DNA 
genetic testing does not include genealogy 
testing or genetic tests that influence diet and 
nutrition (nutrigenetics).  
 
What can the GP do? 
Referral to a specialist is available through 
clinical genetics services, most of which are 
located in public hospitals. In Australia there are 
very few private clinical genetics services, so the 
waiting time in the hospital system can be long. 
It is interesting to note that in a recent survey of 
Australian genetics specialists, including 
genetics counsellors, only about 7% said they 
would be confident to interpret and explain 
these types of tests. The National Health and 
Medical Research Council (NHMRC) has 
published two brief but helpful pamphlets (one 
for patients and the other for medical 
practitioners). It would be useful to have printed 
copies available if needed. The Royal Australian 
College of General Practitioners could also 
provide some guidance, for example, through 
their educational resources. 
 

Information Source &  Full Article Available: 
Ronald Trent. Australian Family Physician. The 

Royal Australian College of General 
Practitioners. Volume 43, No.7, July 2014 Pages 

436-439. Available: http://www.racgp.org.au/
afp/2014/july/dna-testing/ 

 

http://www.racgp.org.au/afp/2014/july/dna-testing/


My name is Lemuel Pelentsov and I am a PhD 
student at the University of South Australia 
investigating the supportive care needs of parents 
with a child with a rare disease. I am also a father 
of a child diagnosed with a rare disease. 
If you are a parent of a child with a rare disease 
that is 18 years or under, I invite you to complete 
a short survey aimed at identifying your 
supportive care needs. 
 
The purpose of my research is to better 
understand the supportive care needs of parents 
caring for a child diagnosed with a rare disease 
(irrespective of what disease their child has), and 
to develop a tool for use by health professionals 
to assist them in identifying parental support 
needs. The information obtained should 
eventually lead to more appropriate individualised 
supportive care for parents. This study has been 
approved by the University of South Australia 
Human Research Ethics Committee (Protocol: 
0000031772). 
 
Parents of children with a rare disease play a vital 
role in the daily lives of their children with a rare 
disease. They carry significant daily 
responsibilities of care. Yet, very little is actually 
known about their supportive care needs. My 
research aims to give parents of children with rare 
diseases an opportunity to have their voices 
heard and their needs recognized with the 
ultimate goal to improve the way health providers 
identify needs, tailor support and plan and 
implement services within the rare disease 
community. 
 
I very much appreciate your time in completing 
this short survey. The following link will take you 
directly to the survey: https://
www.surveymonkey.com/s/3NYKPH6. It will take 
about 20 minutes of your time to complete. 
 

 Thank you! Your valuable contribution to my 
research is very much appreciated. 

 
Email: lemuel.pelentsov@unisa.edu.au 

The Fraser family of Biloela is a typical family 
really: mum, dad and two kids. 
 
But for their son, Bailey, life is anything but 
typical. 
 
At just eight years old, Bailey has spent much 
of his life in hospital due to a number of 
complicated medical conditions - some of 
which are extremely rare. 
 
"Bailey was born with a vascular and arterial 
malformation on the right side of his head. 
He was diagnosed with two very rare 
conditions of Moya Moya disease and PHACE 
syndrome, as a result of the malformation." 
 
No one else in the world seems to have this 
combination of symptoms. 
 
Bailey's family spend much of their time 
travelling and staying in Brisbane and Sydney 
while he has treatment and it's difficult for 
him to be at home because their house is not 
fully equipped for his care. 
 
That's where a team of dedicated locals 
come in to the picture. 
 
Family friends have risen to the occasion and 
have been organising fundraising events to 
change the situation for Bailey when he's 
home. 
 
Kate Peters talk about Bailey and his family: 
 
 Download Audio from ABC Brisbane: 

http://blogs.abc.net.au/files/bailey-
fundraiser-air.mp3 

 
Information Source: http://blogs.abc.net.au/

queensland/2015/02/building-hope-for-
bailey-a-family-fundraiser.html 
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UniSA research investigating 
parental supportive care needs 
for rare diseases in Australia 

Building hope for Bailey: a 
family fundraiser 

http://blogs.abc.net.au/queensland/2015/02/building-hope-forbailey-a-family-fundraiser.html


Genomic sequence reveals 
new treatment options for 
pancreatic cancer  Detecting levels of tumour DNA in the 

bloodstream may be a way of monitoring 
pancreatic cancer in the future. 
 

What is Circulating DNA? 
Research has shown that everybody has 
detectable levels of DNA circulating in their 
blood and the levels are higher in patients with 
cancer. Early research suggests that levels 
may go up and down with anti-cancer 
treatments. 
 
 
 
 
 
 
 
 
 
 
 
 
 
We would like to understand more about the 
relationship between the amount of circulating 
tumour DNA found in the blood and what this 
means for patients with pancreatic cancer. 
 

What do we aim to find? 
We are hoping that if the levels of tumour DNA 
found in the bloodstream inform on a patient's 
disease status, then in the future we may be 
able to assess the effectiveness of different 
treatments with a simple blood test. 
 

Therefore, circulating tumour DNA may be 
used as a personalised biomarker (detectable 
molecule in the blood) to monitor the disease 
status of patients with pancreatic cancer. 
 

Information Source & Further Information:  
Australian Pancreatic Cancer Genome 

Initiative. [Accessed 3/02/2015] 
http://www.pancreaticcancer.net.au/

research/current-research-studies/circulating-
dna-project 
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An international project assisted by 
researchers from The University of Western 
Australia has offered new hope to patients 
with pancreatic cancer. While many advances 
have been made in other types of cancer, 
pancreatic cancer remains largely incurable, 
with survival rates less than five per cent five 
years after diagnosis. 
 
The Australian Pancreatic Genome Initiative 
(APGI), funded by the NHMRC and led by a 
team at the Garvan Institute and Kinghorn 
Cancer Centre in Sydney, has led an 
international program aimed at changing this.  
 
Dr Nicola Waddell, of the Queensland Centre 
for Medical Genomics at The University of 
Queensland, led the latest step in the 
initiative, a study which examined the 
variations in the genome present in 100 
pancreatic adenocarcinomas - the type most 
frequently diagnosed.  
 
The research allowed those cancers to be 
further divided into four categories, one of 
which demonstrated high amounts of genomic 
instability - a trait which ironically may also 
render them susceptible to treatments which 
work through DNA repair mechanisms.  
 
Several of the cancers were also found to 
have mutations amenable to treatment with 
drugs used for other cancers, and not at 
present for pancreatic cancer.  In addition, two 
novel gene mutations were observed which 
may offer leads for new approaches to 
treatment. 
 

Full Article Available: 27/02/15. http://
www.news.uwa.edu.au/201502277379/

international/genomic-sequence-reveals-new-
treatment-options-pancreatic-cancer  

See also: http://www.abc.net.au/
radionational/programs/healthreport/genetic-

research-into-pancreatic-cancer/6273392 

Circulating DNA Project 

http://www.news.uwa.edu.au/201502277379/international/genomic-sequence-reveals-newtreatment-options-pancreatic-cancer
http://www.abc.net.au/radionational/programs/healthreport/geneticresearch-into-pancreatic-cancer/6273392
http://www.pancreaticcancer.net.au/research/current-research-studies/circulatingdna-project


by email: Sarah.Long@health.wa.gov.au. 
or Professor Peter O’Leary (9266 1866) or 
by email: peter.oleary@curtin.edu.au 
 
This project has been approved by the Curtin 
University Human Research Ethics 
Committee (Approval Number HR xx/20I4). 
The Committee is comprised of members of 
the public, academics, lawyers, doctors and 
pastoral carers.  
 
If needed, verification of approval can be 
obtained either by writing to the Curtin 
University Human Research Ethics 
Committee, c/- Office of Research and 
Development, Curtin University, GPO Box 
U1987, Perth, 6845 or by telephoning 9266 
2784 or by emailing hrec@curtin.edu.au. 
 
De novo mutation 
Synonym(s) 
 de novo gene mutation 
 new gene mutation 
 new mutation 
 
Definition(s) 
An alteration in a gene that is present for the 
first time in one family member as a result of 
a mutation in a germ cell (egg or sperm) of 
one of the parents or in the fertilized egg 
itself. 
 
[Definition from: GeneReviews.  From the 
University of Washington and the National 
Center for Biotechnology Information. 
Available: http://ghr.nlm.nih.gov/
glossary=denovomutation] 
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Information about the study for potential 
participants 
 
Mothers of children with de novo genetic 
conditions (‘new’ conditions where neither 
parent is a carrier) living in Western Australia 
are invited to be interviewed as part of a new 
research project at Curtin University. 
 
To participate, contact Sarah Long, a 

genetic counsellor, on phone 9340 1242 
or by email: Sarah.Long@health.wa.gov.au. 

 
Testing for health conditions in the baby 
 

Prenatal tests are offered to pregnant women 
to monitor the baby’s health. They can include 
screening tests and diagnostic tests. 
 

A new technology which has been used in 
Western Australia since late 2012, is Non-
Invasive Prenatal Testing (NIPT). Initially NIPT 
just looked for a limited panel of chromosome 
conditions, such as Down syndrome. However 
the test panel is expanding to test for a wider 
range of conditions. 
 

We would like to find out what women 
understand about current testing methods, 
what they think and understand about 
expanded screening using NIPT and what 
attitudes women hold towards prenatal 
testing, disability and termination of pregnancy 
in this setting. 
 

The interview will be approximately one hour 
long and be recorded for transcribing. 
 

This study is part of my postgraduate studies 
at Curtin University. The results of this study 
will be published in peer reviewed journals and 
will be used to improve policy and services for 
women in Western Australia. 
 
If you have any further questions, please 
contact: Sarah Long on phone 9340 1242 or 

Western Australian women asked to participate in research on 
pre-natal testing 

http://ghr.nlm.nih.gov/glossary=denovomutation


An international research group led by a team at 
the University of Adelaide has made what they 
believe could be the biggest discovery into 
cerebral palsy in 20 years. 
 
It has long been the belief that cerebral palsy 
occurs when a child experiences a lack of 
oxygen during pregnancy or at birth. However, 
the Australian Collaborative Cerebral Palsy 
Research Group, based at the University of 
Adelaide’s Robinson Research Institute, has 
found that at least 14% of cerebral palsy cases 
are likely caused by a genetic mutation. 
 
The findings of this research are published in 
the Nature journal. 
 
The Head of the Cerebral Palsy Research Group, 
Emeritus Professor Alastair MacLennan, says 
prior to this research it was believed that as 
little as 1% of cerebral palsy cases had a 
genetic cause. 
 
"Cerebral palsy is a major neurodevelopmental 
disorder, which disrupts movement control, and 
it occurs in 1 in 400 children," Emeritus 
Professor MacLennan says. 
 
"While we have long suspected that genes may 
play a role in the development of cerebral palsy, 
it wasn't until our research group mapped the 
DNA from cerebral palsy families that we could 
show genetic mutations are the likely cause of 
the condition in at least 14% of cases," he says. 
 
"Our findings of genetic diversity in cerebral 
palsy are similar to the genetic architecture of 
other neurological disabilities, such as 
intellectual disabilities, epilepsies, autisms and 
schizophrenias," Professor Gecz says.  
 

Information Source & Full Article Available:  
http://www.news-medical.net/news/20150217/

Research-1425-of-cerebral-palsy-cases-are-linked-
to-genetic-mutation.aspx 
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Megan Donnell believes a clinical trial is the only 
way her children, Isla and Jude, will have a 
chance of being cured of the fatal genetic 
disorder Sanfilippo syndrome. 
 
And such a trial is now $50,000 closer thanks to 
a $1 million donation scheme run by 
philanthropist and businessman Dick Smith. 
 
Sanfilippo is a rare genetic condition that 
causes fatal brain damage. It is referred to as a 
childhood disease because most never reach 
adulthood. There are about 50 children 
diagnosed with the syndrome in Australia. 
 
Isla, 5, and Jude, 3, were the catalysts for the 
Donnells — from the Sydney northern beaches 
suburb of Freshwater — to start the Sanfilippo 
Children’s Foundation 18 months ago. 
[www.sanfilippo.org.au] 
 
They have raised money through bake sales and 
sausage sizzles, but today they will be presented 
with a $50,000 cheque by Mr Smith, one of a 
range of donations his Dick Smith Foods 
Foundation will make to various charities. 
 
“We’ve got some really steep and aggressive 
targets that we’re trying to hit to get a clinical 
trial in Australia and this is a big boost. “If (Isla 
and Jude) don’t receive treatment on a clinical 
trial, they won’t receive treatment in their 
lifetime.” 
 
A trial would develop the nation’s clinical 
capability in the pioneering field of gene therapy, 
she said. “We are excited about Dick Smith and 
his home grown message, as our ultimate goal is 
a trial that would ddevelop the strengths of 
Australian clinicians and it would be huge for the 
Australian rare-diseases community,” she said. 
 
 

Information Source & Full Article Available: 
http://www.theaustralian.com.au/news/health-

science/kids-shot-at-adulthood-with-dick-smiths-
50000/story-e6frg8y6-1227223236777 

Sanfilippo Children’s 
Foundation Receive $50,000 
from Dick Smith 

Research: 14% of cerebral 
palsy cases are linked to 
genetic mutation 

http://www.news-medical.net/news/20150217/Research-1425-of-cerebral-palsy-cases-are-linkedto-genetic-mutation.aspx


The WA Disability Health Network is seeking 
input on care coordination for people with 
disability, with a specific focus on coordination 
of support for consumer health and wellbeing.  
  
The feedback received will inform the 
development of a report and recommendations 
on care coordination being prepared by the 
Network.   
  
People who are involved in providing services 
to people with disability, their families and 
carers across the lifespan are encouraged to 
participate by completing the survey.  
  
This may be in any sector including health, 
disability or aged care. Please complete the 
survey in the context of the program or service 
you deliver. 
  
The survey closes at 5pm on Thursday 26 
March 2015.  
  
The responses provided will be vital in helping 
the Network obtain a picture of health care 
coordination in Western Australia for people 
with disability.  
  
For further information about the survey or 
project please contact Health Networks at 
healthpolicy@health.wa.gov.au or phone (08) 
9222 0200.  
  
  

Survey Available:  
https://consultation.health.wa.gov.au/

strategy/care-coordination-survey 
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Young Carers: Through the 
Lens Photography Competition  

The inaugural Young Carers Through the Lens 
photography competition is now open!  

  
The public exhibition will be held at Mount 
Lawley Golf Club on Saturday 6th June. Photos 
must convey the role or feeling of being a young 
carer.  
  
Photos from mobile devices such as 
smartphones and tablets are eligible. The 
competition has three young carer categories 
(ages 8 to 12; 13 to 17 and 18 to 25), plus a 
non-young carer category for people aged 18 to 
25. 
  
Prizes include a Microsoft Surface 2 Tablet 
32GB, Go Pro Hero 3, 2 x 1 hour private tuition 
lessons with photographer Geoff Fisher, and a 
professional family portrait. 
  
Winners and their families will be invited to the 
evening VIP Photography Exhibition at Mount 
Lawley Golf Club on Friday 5th June. 
  
For more information, call the Young Carer 
Team on 1300 227 377 or click on the link 
below.  
  
 
 
 
 
 
 
 
 
 
 
Entry forms and terms and conditions can be 
downloaded from the website. http://
www.youngcarerswa.asn.au/news-events/
young-carer-photography-competition/ 
 
 
 
 

Care coordination for people 
with disability - survey 

http://www.youngcarerswa.asn.au/news-events/young-carer-photography-competition/
https://consultation.health.wa.gov.au/strategy/care-coordination-survey


Advocate Edition 5 Page 9 

Minister for Health Sussan Ley has approved a life-
saving drug that will ensure young Australian 
Pompe patients receive treatment they previously 
may not have been able to access.  Ms Ley said she 
had approved the drug Myozyme® for Government 
subsidy for children aged two to 18 through the Life 
Saving Drugs Programme (LSDP). 
 
“Pompe disease is a rare and severe medical 
condition, affecting only a very small number of 
Australians every year,” Ms Ley said. “However, it is 
a very expensive treatment – costing several 
hundred thousand dollars – putting it out of reach 
for many Australians. 
 
“This decision will change the lives of children with 
late-onset Pompe disease. “This is only the first 
step. The Government is committed to continuing to 
work with the company towards a future application 
and subsidy for Myozyme® on the PBS for adult late 
onset Pompe patients.”  
 
The drug has been listed on the LSDP for children 
with the infantile-onset form of the disease since 
2010. Patients are required to undergo clinical 
assessment prior to accessing and then an annual 
assessment throughout their ongoing treatment to 
ensure the Myozyme® treatment is clinically 
appropriate and effective.  If patients respond to 
treatment they continue to receive the subsidised 
drug, not just in childhood but throughout their 
adult life. 
 
This approval is the result of considerable effort on 
behalf of the Australian Pompe Association, the 
sponsoring company Genzyme and officers of the 
Health Department to bring together the necessary 
evidence to support this listing. 
 
The treatment is available now following Ms Ley’s 
approval of the new indication of use for the 
medicine.   
 

Information Source :  
www.health.gov.au/internet/ministers/

publishing.nsf/Content/health-mediarel-yr2015-
ley010.htm 

Life-saving drug for young 
Pompe patients 

Investigators with the National Institutes of 
Health have discovered the genomic switches of 
a blood cell key to regulating the human 
immune system. The findings, published in 
Nature, open the door to new research and 
development in drugs and personalized 
medicine to help those with autoimmune 
disorders such as inflammatory bowel disease 
or rheumatoid arthritis. 
 
The senior author of the paper, John J. O’Shea, 
M.D., is the scientific director at NIH’s National 
Institute of Arthritis and Musculoskeletal and 
Skin Diseases. The lead author, Golnaz Vahedi, 
Ph.D., is a postdoctoral fellow in Dr. O’Shea’s 
lab in the Molecular Immunology and 
Inflammation Branch. The study was performed 
in collaboration with investigators led by NIH 
Director, Francis S. Collins, M.D., Ph.D., in the 
Medical Genomics and Metabolic Genetics 
Branch at the National Human Genome 
Research Institute. 
 
Dr. O’Shea’s team wondered if the alterations 
might lie in a newly discovered type of enhancer 
called a super-enhancer (SE). Dr. They began by 
searching for SEs in T cells, immune cells 
known to play an important role in rheumatoid 
arthritis. They reasoned that SEs could serve as 
signposts to steer them toward potential genetic 
risk factors for the disease. 
 
“Rather than starting off by looking at genes 
that we already knew were important in T cells, 
we took an unbiased approach,” said Dr. 
O’Shea. “From the locations of their super-
enhancers, T cells are telling us where in the 
genome these cells invest their assets—their 
key proteins—and thereby where we are most 
likely to find genetic alterations that confer 
disease susceptibility.” 
 

Information Source & Full Article Available: 
http://www.nih.gov/news/health/feb2015/

niams-17.htm 

Researchers reveal link 
between powerful gene 
regulatory elements and 
autoimmune diseases 

http://www.nih.gov/news/health/feb2015/niams-17.htm
http://www.health.gov.au/internet/ministers/publishing.nsf/Content/health-mediarel-yr2015-ley010.htm
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More information can be provided by your 
health practitioner or local state or territory 
health department.  
 
Developing a policy framework for newborn 
bloodspot screening 
Australian governments are currently working 
to develop a policy framework for newborn 
bloodspot screening. Newborn bloodspot 
screening programs have operated 
successfully in Australia for 50 years. The 
programs screen more than 99 per cent of all 
newborns for approximately 25 conditions, 
which benefit from early intervention.  
 
A national policy framework is being developed 
to support the continued success of the 
programs, and support them to develop into 
the future. This project is being led by the 
Standing Committee on Screening, through its 
national, multidisciplinary Newborn Bloodspot 
Screening Working Group.  
 
The project will involve extensive consultation 
with stakeholders, including consumers, 
midwives, clinicians and program staff. It is 
expected that the policy framework will be 
completed in early 2016. More about the 
project, including updates from each working 
group meeting and information on consultation 
approaches, can be found on the project 
website.  
 

Information Source: Australian Department of 
Health. Newborn bloodspot screening. 

[Accessed 3/02/2015] Available: http://
www.health.gov.au/internet/screening/

publishing.nsf/Content/newborn-bloodspot-
screening  

 
Further Information Available: http://
www.genomics.health.wa.gov.au/nbspf/
#About  

Newborn bloodspot screening 

Newborn bloodspot screening is offered to all 
newborns in Australia 
 
What is newborn bloodspot screening? 
Newborn bloodspot screening is a blood test 
that is used to detect certain rare, genetic 
conditions and disorders of the metabolism. It 
usually involves a small prick on the baby’s 
heel and a few drops of blood placed onto a 
screening card. 
 
What conditions are screened? 
Generally about 30 conditions are tested for, 
with the most common including: 
 
 Phenylketonuria (PKU), in which the liver 

does not produce enough of a particular 
enzyme and can cause intellectual 
disability if untreated 

 Hypothyroidism, in which not enough 
thyroid hormone is produced and can 
cause intellectual disability and growth 
problems if untreated 

 Cystic fibrosis (CF), an untreatable but 
manageable condition which causes the 
lungs and gastrointestinal system to 
produce an abnormal mucus that clogs 
the affected organs and stops them 
from working properly 

 Galactosaemia, a rare disorder caused 
by the build-up of galactose (a sugar in 
milk) in the blood, which causes 
problems such as poor growth, liver 
disease and intellectual disability or 
death if untreated 

 
How is newborn bloodspot screening 
delivered? 
Newborn bloodspot screening programmes 
are funded by state and territory 
governments. There are variations in what 
conditions are screened for in each state and 
territory.  
 

http://www.health.gov.au/internet/screening/publishing.nsf/Content/newborn-bloodspotscreening
http://www.genomics.health.wa.gov.au/nbspf/#About
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The Australian Senate has voted to hold an 
inquiry into how the Department of Social 
Services provides funding grants to 
community services. 
 
The Greens spokesperson on family and 
community services, Senator Rachel Siewert, 
said the inquiry would address the 
“shambolic” grants process that she claimed 
was leaving essential services across the 
sector without funding. 
 
“The grants application process introduced by 
the Government is a debacle that has left 
seismic shockwaves through community 
services,” Siewert said. 
 
“There is a great deal of uncertainty and 
confusion about the grants process with 
community organisations nation-wide 
receiving notice from the Federal Government 
that their funding hasn't been renewed or 
their applications haven't been successful or 
are being required to sign onerous contracts. 
This undermines the ability of the community 
sector to support their clients and to delivers 
services to the community.” 
 
Siewert said that funding cuts and a difficult 
grants process were making life difficult for 
community organisations. 
 
"The budget saw cuts of $240 million to 
programs funded under the Department of 
Social Services, the subsequent grants 
process has made cuts throughout the sector 
and it is important that we get an 
understanding of where and why cuts have 
been made. There needs to be accountability 
and transparency in this process,” she said. 

 
Full Article Available: http://

www.probonoaustralia.com.au/
news/2015/02/senate-probe-social-services-

funding-process#sthash.GiVdiU7C.dpuf 

Suspicions that genes play a part in peanut 
allergy have been confirmed, but not everyone 
who inherits these genes will go on to have an 
allergy, a new study shows. 
  
An international team of researchers 
compared the genomes of more than 1,300 
children of European ancestry, most of whom 
had some kind of food allergy, to those of their 
biological parents. 
  
The team found no genetic variants to explain 
allergies to eggs or cow's milk. 
  
They did, however, find that telltale variants in 
two genes, HLA-DQ and HLA-DR, located on 
Chromosome 6, accounted for about 20 per 
cent of children with peanut intolerance, they 
report in Nature Communications. 
  
"We always suspected it, but this is the first 
genome-wide association study that identified 
a genetic link," says Xiaobin Wang, a professor 
at the Johns Hopkins Bloomberg School of 
Public Health. 
  
Peanut allergy develops in early life and is 
rarely outgrown. In Australia, almost three in 
every 100 children have a peanut allergy. 
  
The problem ranges in scale from a lifestyle 
hassle to life-threatening. Those with a severe 
allergy live in constant fear of accidental 
exposure to peanuts. 
  
The investigation marks a first step towards a 
fuller picture of genetic causes for food 
allergies, something that would help doctors 
identify children at risk. 
  

Information Source & Full Article Available:  
http://www.abc.net.au/science/

articles/2015/02/25/4186565.htm 

Genes play a role in peanut 
allergy 

Senate to Probe Social 
Services Funding Process 

http://www.probonoaustralia.com.au/news/2015/02/senate-probe-social-servicesfunding-process#sthash.GiVdiU7C.dpuf
http://www.abc.net.au/science/articles/2015/02/25/4186565.htm


Our Mission 
 To provide education, information and 

support to people and families affected 
by Kawasaki Disease. 

 
 To provide education, information and 

assistance to professionals who provide 
services to people and families affected 
by Kawasaki Disease 

 
 To provide community awareness about 

Kawasaki Disease in order to assist with 
early diagnosis and treatment. 

  
What is Kawasaki disease (KD) ? 
KD was first documented in Japan in 1967 by 
Dr Tomisaku Kawasaki.  He was the first to 
recognise that the symptoms (what a child 
feels) and the signs (what we see) were a new 
disease. It is found worldwide in all ethnic 
groups and the incidence is increasing in 
some countries. 
  
Kawasaki disease (KD) is an illness that 
primarily affects young children. It is 
characterised by an inflammation of the 
arteries throughout the body. 
  
About two thirds of patients are under five 
years old, but it can affect older children, 
babies and teenagers, as well. KD is more 
common in boys than girls, and the majority of 
cases are diagnosed in the winter and early 
spring. It is not contagious. 
 
Early symptoms of KD include:  
 Fever that can last for several days 
 Rash, can be over whole body and may 

be worse in the groin area  
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Kawasaki Disease Foundation 
Australia 
 
About Us 
Kawasaki Disease Foundation Australia is a 
national non-profit parent-led charity dedicated 
to advancing KD issues by raising awareness, 
supporting families, promoting and supporting 
research as well as striving to increase early 
diagnosis and treatment. 
  
Although each of our experiences was different 
we all felt a terrible sense of isolation and fear 
of the unknown----none of us knew anything of 
KD when it struck our children. We hope we can 
help others understand KD a little more and 
help to explain what treatment, medication and 
future follow up to expect -while in hospital and 
at home. 
  
Approximately 200 Australian children are 
diagnosed with KD each year but it is important 
to remember that over 90% make a full 
recovery. Every family who experiences KD has 
a unique experience---your experience will not 
be quite like anyone else's. And the impact KD 
has on your child and his/her health will be 
unique too. Some of our children have had no 
heart involvement and have fully recovered 
while others have been left with aneurysms. We 
therefore are able to offer advice on a range of 
situations.  Professor David Burgner, from 
Murdoch Childrens Research Institute and 
Monash Children’s Hospital is medical advisor 
to the Kawasaki Disease Foundation. Please 
direct any queries to the KD Foundation. 
 

Member Profile 
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 Red eyes - no discharge 
 Bright red, swollen, cracked lips 
 Red tongue (strawberry like) 
 Swollen hands and feet 
 Redness of the palms and soles of the 

feet 
 Swollen lymph node in the neck 
  
Understandably, children with these symptoms 
are extremely uncomfortable and irritable. Any 
parent whose child has persistent fever and 
any of these symptoms should take him or her 
to the doctor immediately. 
 
During the first and second week of illness, 
other symptoms may appear. A tell-tale sign 
of KD is that skin on the fingertips and toes 
starts to peel. Children may also develop 
transient joint pain throughout the body.  
  
Without treatment, about 25% of children 
develop changes to the coronary arteries. 
Timely diagnosis and treatment (which usually 
includes intravenous gamma globulin) is 
usually effective in preventing coronary artery 
complications. Doctors continue to study the 
long-term outcome of children who do not 
appear to have coronary involvement. Other 
longer-term consequences (e.g., non-coronary) 
are rare. There is no evidence that links KD 
with autism or a seizure disorder. A very small 
number of KD children might have a seizure in 
the early acute stage of KD when there are very 
high fevers, but there is no on-going or long 
term seizure prone condition. 
  
In the early stage of KD, called the acute 
phase, a child often looks and feels so ill that it 
can be frightening for parents and loved ones. 
It important to remember that although your 
child may have severe symptoms, in most 
cases, following treatment, he or she will make 
a complete recovery and resume normal 
activities within four to eight weeks. Children in 
whom heart problems have been detected will 

need to be closely monitored by a cardiologist. 
They may need longer term treatment. 
  
Naturally your child will be tired and you may 
notice a change in his/her personality or sleep 
patterns. It is also important to remember that 
children are resilient. Most behavioural 
changes are minor and return to normal after 
a few weeks. 
  
For more information please visit our 
resources page and our FAQ page at:  
http://www.kdfoundation.org.au 
  
State Support Volunteers 
KD parents have offered to be interstate 
support volunteers in Victoria, Tasmania, New 
South Wales, Queensland and South 
Australia . 
  
Please note support volunteers do not provide 
medical advice.  If you are seeking medical 
advice you should contact your child's GP or 
Paediatrician.  
 
Some general queries may be able to be 
forwarded to our medical advisor Dr. David 
Burgner who is based at the Mudoch's 
Childrens Research Institute. 
  
 
 
 
 
Contact 
Victoria/National Coordinators 
Kawasaki Disease Foundation Australia  
P.O Box 585 Brentford Square, 3131 Victoria 
Australia. 
Email: info@kdfoundation.org.au 
Web: http://www.kdfoundation.org.au 
 
[Article reviewed by Kawasaki Disease 
Foundation Australia] 



Muscular Dystrophy WA. Visit the website for 
more details. 
 
Contact: 9380 3400 
Visit: www.mdwa.org.au 
 

Comedy for Cure and Care 
Leukaemia Foundation 
Leukaemia, Lymphoma, Myeloma & Related 
Blood Disorders 
 
Date: 10 - 11 April 2015 
 
The Leukaemia Foundation’s Comedy for Cure 
and Care presents 2014 Barry award-winning 
comedian Denise Scott. Peter Rowsthorn hosts 
the two shows to be held in Mandurah and 
Bunbury ion Friday 10 and Saturday 11 April. 
Funds raised go towards services for people 
with blood cancer and their families. 
 
Contact: 9550 3900 (Mandurah) or  
1300 661 272 (Bunbury) 
Visit: www.leukaemia.org.au/comedy 

 
 
Wishbone Day Perth  
Osteogenesis 
Imperfecta (OI) 
Society of Australia 
 

Date: 10 May 2015 
Time: 10am – 12noon 
 
Where: Saw Avenue Picnic Area 
             Kings Park WA 
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Osteogenesis Imperfecta (OI) 
Society of Australia 
Morning tea event   

Date: 28 March 10:00 until 12:00  

Venue:  Arthritis Foundation of WA  

            17 Lemnos Street, Shenton Park  WA 

Email: wa@oiaustralia.org.au 
 

6th Biennial Conference of the 
Maternal, Child & Family Health 
Nurses Australia 
 

Date: 9-11 April 2015 
 

Location: The Crown, Perth 
Western Australia.  
 
The 2015 conference 'Our Voice Our Future' will 
focus on researching, reviewing and revitalising 
our profession.   The conference program will 
offer engaging keynote speakers, high quality 
presentations, interactive sessions and 
workshops along with some great opportunities 
for networking with colleagues and peers.  
 
Visit: http://www.mcafhna.org.au 
 

Toyota WA Muscular Dystrophy 
Golf Classic. 
 

Date: 10 April 2015 
 
A fantastic networking opportunity, enjoying a 
great day's golf at one of WA's premier resorts 
whilst raising funds to support the vital work of 

Coming Events 
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 BYO Morning Tea,  
 We welcome FAMILY, FRIENDS & lots of 

YELLOW 
 

Wishbone Day is an international community 
awareness effort for Osteogenesis Imperfecta 
(OI), also known as 'brittle bones'. 
 

Visit: http://www.wishboneday.com/p/
about.html 

 
Australian Mitochondrial 
Disease Foundation 

 
 
 

Date: 29 June 2015 
 
For Global Mitochondrial Disease Awareness 
Week enjoy a guilt-free sleep-in by donating to 
support mitochondrial disease, a debilitating 
and potentially fatal genetic disorder that 
impairs the body's ability to convert food into 
the energy needed to power muscles and major 
organs. 
 
Contact: 0408 439 148 
Visit: www.stayinbedday.org.au 

 
Primary Health 
Care Research 
Conference 
 

Date: 29-31 July 2015 
 

Location: Adelaide Convention Centre 
 
The PHC Research Conference is the key 
national opportunity for knowledge exchange. 
At the core of successful knowledge exchange 
is effective communication and the annual PHC 
Research Conference is the place to 
commence, develop and continue purposeful 
conversations to improve PHC outcomes. 

The most comprehensive of its kind, this 
annual event is the number one forum in 
Australia for those wishing to present research 
findings, discuss research methodology, policy 
issues, and build and maintain essential 
networks between researchers, practitioners, 
policy makers and representatives of 
consumer organisations. 
 

Visit: http://www.phcris.org.au/
conference/2015/  
 
 

Osteogenesis Imperfecta (OI)  
National Conference 

Registration Cost/Forms Contact:   
The OI Society of Australia 
Web: http://www.oiaustralia.org.au 
 

Registration Return Dates 
Early Bird Special By 1st May 2015 
All Must Be Returned By the 1st June 2015 
 
 
 

Promote your event here and on our  

website at no cost!  

Contact us on (08) 9485 8999 or  

e-mail hello@gardn.org.au ! 

http://www.phcris.org.au/conference/2015/
http://www.wishboneday.com/p/about.html


Genetics in general practice 
The aim of this paper is to outline some of the 
common genetic issues that arise in general 
practice clinical consultations, and the clinical 
scenarios in which general practitioners (GPs) 
may suggest genetic testing for patients or 
referral to one of the various specialist 
genetics services. 
 
See: http://www.racgp.org.au/afp/2014/july/
genetics-in-general-practice/ 
 
 

Perverse co-payment effects 
NEW research reveals surprising findings 
about which patients are most likely to be bulk
-billed by GPs, as the backlash continues 
against the federal government’s plans to 
impose a co-payment. 
 
See: https://www.mja.com.au/
insight/2015/3/perverse-copayment-effects 
 
 

Bridging patients and 
researchers to advance 
research in rare diseases. 
Dr. Ryszard Kole is a researcher whose work 
led to a discovery that splicing provides a novel 
target for gene based therapies of numerous 
disorders including rare genetic diseases and 
metabolic disorders.  
 
See: http://www.eurordis.org/tv?
vId=8960&cId=9600&wId=2174&mId=1509
5 
 

Blogs as a way to elicit 
feedback on research and 
engage stakeholders 
This paper explores the potential of blogs to 
enhance engagement with research, create a 
dialogue between researchers and nurses and 
provide feedback to researchers. The authors 
conducted content analysis on a web blog 
discussion about the findings of a peer-
reviewed journal article. In presenting the 
results of their work the authors describe how it 
is unclear whether the readers of the blog 
would have accessed the article in question any 
other way. They suggest that posting research 
findings on a blog can thus engage a new 
audience and provide a way to feedback 
comments and responses to researchers. The 
authors discuss the potential value of online 
forums for both knowledge translation and 
virtual collegiality helping to provide a way for 
nurses in diverse locations to share their 
experiences. [Abstract précis by PHCRIS] 
Author/ Contributor: Jackson D, Waine ML, 
Hutchinson M. Nurse Researcher, 22, 41-47. 
 
See: http://rcnpublishing.com/doi/
abs/10.7748/nr.22.3.41.e1300 
 
 

Diagnosing Rare Diseases 
An accurate diagnosis may be the first step to 
improving the care for those living with a rare 
disease, and their families. 
 
A series of educational materials highlighting 
the often challenging rare disease diagnosis 
journey many patients face. The materials aim 
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Resources 

http://www.racgp.org.au/afp/2014/july/genetics-in-general-practice/
https://www.mja.com.au/insight/2015/3/perverse-copayment-effects
http://rcnpublishing.com/doi/abs/10.7748/nr.22.3.41.e1300
http://www.eurordis.org/tv?vId=8960&cId=9600&wId=2174&mId=15095


Information accessed through the World 
Wide Web is of varying  levels of quality 

and accuracy. The material supplied is for 
information purposes only & is not to be 

used for diagnosis or treatment.  

! 
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to help raise awareness of rare diseases, as 
knowledge and information are critical to early 
diagnosis and play a major role in empowering 
patients and their families. 
 
See: http://www.shire.com/shireplc/en/resp/
RareDiagnosis 
 
 

Josie: A Story About Williams 
Syndrome 
Director: Richard Falco, Producer: James 
Eades. 
 
Synopsis: Williams Syndrome is a rare genetic 
disorder that presents itself at birth. 
Individuals with Williams Syndrome develop a 
number of medical problems. However, these 
individuals are extremely friendly and usually 
have highly social personalities. There is no 
cure for Williams syndrome.  
 
The documentary focuses on a wonderful little 
girl named Josie Portnoy. In addition to Josie's 
personal story, we have integrated a number 
of doctors, teachers & other professionals 
involved with Williams into the story. Our goal 
is to create an in-depth, comprehensive film 
that looks at the conditions and complexities 
related to Williams Syndrome. 
 
Visit: http://www.cultureunplugged.com/
documentary/watch-online/play/12842/Josie
--A-Story-About-Williams-Syndrome 
 
 

New Patient Contact Registry 
for Rare Eosinophilic 
Gastrointestinal Diseases 
The registry is located at: www.rdcrn.org/
CEGIR. Its purpose is to create a single, 
international database with information 
submitted by patients with EGID and their 
families.  
 

Advance care planning and 
end of life care 
The Australian & New Zealand Intensive Care 
Society (ANZICS) has recently released the first 
edition of the ANZICS Statement on Care and 
Decision Making at the End-of-Life for the 
Critically Ill. 
 

Visit: http://www.abc.net.au/radionational/
programs/healthreport/advance-care-planning-
and-end-of-life-care/6160660 
 
 

Outside The Square: dyslexia 
A new documentary about dyslexia called 
Outside The Square is coming out in March, and 
will be of interest to everyone who knows a 
struggling reader/speller, or who wants to make 
sure a beginner doesn’t become a struggler. It 
was made by Gold Coast mother and teacher 
Tanya Forbes, using funds raised on 
crowdfunding website Kickstarter. 
 

Visit: http://www.spelfabet.com.au/2015/03/
outside-the-square  
 
 

National Relay Service (NRS) 
New Smartphone App 
A new way of accessing services for NRS users. 
The app gives NRS users mobile access to a 
range of NRS services. The app is a world-first 
in combining a range of relay calls and support 
functions in a single app for smartphones and 
tablets. The app is for anyone who uses the 
NRS, or who wants to and is eligible to use the 
NRS. 
 
Visit: http://relayservice.gov.au/support/nrs-
app/  

http://www.shire.com/shireplc/en/resp/RareDiagnosis
http://www.abc.net.au/radionational/programs/healthreport/advance-care-planningand-end-of-life-care/6160660
http://www.cultureunplugged.com/documentary/watch-online/play/12842/Josie--A-Story-About-Williams-Syndrome
http://relayservice.gov.au/support/nrsapp/
http://www.spelfabet.com.au/2015/03/outside-the-square


Grants 
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 An unincorporated community group that 
has a bank account in its name and holds 
regular meetings; or  

 

 An incorporated not for profit organisation.  
 

Individuals who are not linked to an 
organisation are asked to contact the Project 
Manager at NDS WA on 9208 9830 for further 
information. NDS WA can make applications in 
support of individuals who are not linked to a 
relevant organisation.  
 

Applicant organisations and groups are 
responsible for the proper expenditure and 
acquittal of the grant.  The Community Living 
and Participation Grants are managed by 
National Disability Services WA (NDS WA) and 
supported by Lotterywest. 
 

If you have an idea for a Community Living and 
Participation Grant, we encourage you to first 
make contact with NDS WA who can provide 
expertise and advice to assist you to develop 
your idea.  For further information, please 
contact the NDS WA Project Manager on 
telephone 9208 9830 (Monday – Thursday) or 
by email grants@nds.org.au 
 

Information package and application form 
available: http://www.clpg.org.au 
 

Who to Contact 
Phone: 9208 9830    Fax: 9242 5044 
TTY: 9443 3107   Email:  grants@nds.org.au 
Web:    www.nds.org.au 
Street Address: National Disability Services WA. 
Unit 3, 59 Walters Drive,  
Osborne Park WA  6017 

The Community Living and 
Participation Grants WA 

 

The Community Living and 
Participation Grants assist West 
Australian individuals with a 
permanent disability. 
 

Grants of between $500 and $10,000 are 
available for equipment, resources, projects 
and activities that: 
 enable people with disabilities to 

participate in recreational and social 
activities; and  

 

 improve the quality of life for people with 
disability and their families. 

 

Who is eligible? 
The primary beneficiaries of a Community 
Living and Participation grant must be either:  
 

 an individual with permanent disability 
(intellectual, neurological, physical, 
psychiatric or sensory) and their family; or 
psychiatric or sensory) and their family; or 

 

 a group of individuals or a community 
group, supporting people with a 
permanent disability (intellectual, 
neurological, physical, psychiatric or 
sensory). 

 

Grant funding cannot be provided directly to 
individuals.  
 

How to apply 
Applications are made on behalf of individuals 
or groups of individuals by either: 
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Continence Aids Payment 
Scheme 
 

The Continence Aids Payment Scheme (CAPS) 
is an Australian Government Scheme that 
provides a payment to assist eligible people 
who have permanent and severe incontinence 
to meet some of the cost of their continence 
products. 
 
Who can apply for the scheme? 
A person is eligible for CAPS if they are five 
years of age or older and have one of the 
following: 
 

 Permanent and severe loss of bladder 
and/or bowel function caused by an 
eligible neurological condition; or 

 Permanent and severe loss of bladder 
and/or bowel function caused by 
another condition, provided the person 
has a Centrelink Pensioner Concession 
Card, whether as a primary cardholder or 
a dependant of a cardholder; or 

 Permanent and severe loss of bladder 
and/or bowel function caused by 
another condition, provided the person 
has a Department of Veterans' Affairs 
(DVA) Pensioner Concession Card, 
whether as a primary cardholder or a 
dependant of a cardholder. 

 
A person is not eligible for CAPS if: 

 They are not an Australian citizen or a 
permanent Australian resident. 

 They are a high care resident in an 
Australian Government funded aged 
care home. 

 The person receives an Extended Aged 
Care at Home (EACH) or an EACH 
Dementia (EACHD) package and 
continence products are negotiated as 
part of the applicant's care plan. 

 The person is eligible for assistance with 
continence products under the 
Rehabilitation Appliances Program 
(RAP). 

GaRDN can assist members with grant 
applications and resources for your group!  

! 

 The person's incontinence is transient 
(non permanent); can be treated 
conservatively (eg. through pelvic floor 
muscle exercises) with medication or 
with surgery; or is confined to night time 
bed wetting (enuresis). 

 The person's incontinence results from a 
condition other than an eligible 
neurological condition AND they do not 
have Centrelink Pensioner Concession 
Card entitlement. 

 

Note: the CAPS forms have recently been 
updated.  
 
Find out more information on the Bladder and 
Bowel Website:   
http://www.bladderbowel.gov.au/caps/
application.htm  
 

Visit: http://www.continence.org.au 
 
 
 

The Steve Waugh Foundation  
The Foundation is committed to doing what 
they can for those with rare diseases and who 
are in need of help.  
 
The next round for Grant Applications is now 
open. Submissions close 31 March 2015.  
 
See the link to their website below to 
download the forms. 
 

http:/www.stevewaughfoundation.com. 
au/content_common/pg-application-

http://www.bladderbowel.gov.au/caps/application.htm
http:/www.stevewaughfoundation.com.au/content_common/pg-application


Link Line 
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cord 
 Pentasomy X (xxxxx 46 xx add x qter) 
 Autosomal Recessive Spastic Ataxia of 

Charlevoix-Saguenay 
 Worster-Drought Syndrome 
 Hypochondroplasia 
 Brown Vialetto Van Laere Syndrome / 

Fazio Londe 
 Chromosome 9 (breakpoints p24 and 

q32) 
 
Email: info@agsa-geneticsupport.org.au 
Or phone: (02) 9211 1462 
Web: http://www.gsnv.org.au/support-
groups/seeking-contact.aspx 

 

Genetic Support Network Of 
Victoria  (GSNV) 
GSNV has individuals and families interested 
in contacting others and sharing their 
experiences and insights related to: 
 

 Bernard-Soulier syndrome  
 Bullous pemphigoid  
 Citrullinemia  
 Monilethrix  
 Noonan syndrome  
 Parry Romberg syndrome  
 Idiopathic CD4 lymphocytopenia  
 Pyrrole disorder  
 Erythropoietic protoporphyria  
 XYY 
 
Email: info@gsnv.org.au 
Or phone: (03) 8341 6315 
Web: http://www.gsnv.org.au/support-
groups/seeking-contact.aspx 

Genetic support groups are an important 
resource for families or people in a similar 
situation.  The Link Line provides a supportive 
and confidential means of connecting 
individuals and families for whom no known 
genetic support group exists.    
 
If any individual is seeking contact with others in 
these circumstances, The Link Line is available 
to you for this purpose.  
 
For further details phone Kristina on 08 9485 
8999 or email kristina.johns@gardn.org.au  
 

Disorders of sexual 
differentiation 
Does anyone know of a group that supports 
adults with disorders of sexual differentiation? If 
so please contact Kristina from the Genetic and 
Rare Disease Network (GaRDN).  
Email: kristina.johns@gardn.org.au  

 

Australasian Genetic Alliance 
formerly Association of Genetic 
Support of Australasia (AGSA) 
AGA has a number of people who are seeking 
others with the same or similar condition 
including: 
 

 Idiopathic CD4 lymphocytopenia (ICL) 
 Buschke Ollendorf Syndrome 
 Cartilage-Hair Hypoplasia 
 Familial amyloidosis 
 Lupus & CVID (Immunodeficiency) 
 Odontohypophosphatasia 
 Myelmilacia cervical disc disease spinal 
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The Genetic and Rare Disease Network 
(GaRDN) is a not for profit organisation based 
in Western Australia working to empower 
individuals and their families to reach positive 
health outcomes. We inform health 
professionals and the wider community on the 
perspectives and experiences of those 
affected by genetic and rare diseases. We 
connect key stakeholders and service 
providers with people affected by genetic and 
rare diseases.     
 
GaRDN acts as the peak body for genetic and 
rare disease support groups in Western 
Australia. Genetic and rare disease support 
groups can be a useful resource for 
individuals and families affected by a genetic 
and/or rare condition.  Support groups can 
provide information about the condition and 
community resources, as well as an 
understanding and empathetic ear. We can 
help put you in contact with these groups or 
provide support and guidance to help you 
establish a new support group. 
 
Our services include: 
Information on the services provided by 

genetic and rare support groups 
Staff  who can assist with enquiries and 

facilitate ongoing support for individuals, 
families, health professionals and other 
interested groups 

Resources relating to education, parenting, 
respite care, medical services and other 
community support organisations 

Information seminars 
Regular newsletters 
Directory of Genetic and Rare Disease 

Support Groups and Community Support 
Organisations 

 
GaRDN may also be able to provide 
information and support for conditions so rare 
that there is no specific support group. 
 
Education 
GaRDN conducts information forums  and  
awareness events to enable participants to 
increase their skills and knowledge and access 
up to date information about resources for 
people affected by genetic and rare conditions 
and their families.  
 
GaRDN maintains an up-to-date website and 
publishes ‘The Advocate’, a quarterly 
newsletter, as well as the Weekly Advocate E-
News. GaRDN’s ‘Directory of Genetic and Rare 
Disease Support Groups and Community 
Service Organisations’ is available online. 
Featuring in the Directory is free to all member 
groups. A printed copy of the Directory is 
available from the office upon request. 
 
Services to Support Groups 
GaRDN actively facilitates the development of 
genetic and rare disease support groups by 
providing expertise, information and 
technology including office facilities that can 
be accessed by members to further enable and 
support their activities.  
 
We are able to assist groups and individuals  
with the development of resources such as 
information packages, pamphlets and the 
printing of promotional materials. 
 

About the Genetic and 
Rare Disease Network 
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Members can publish articles and advertise 
and promote their Support Group’s activities 
on the GaRDN website and in our newsletter 
the “The Advocate’. 
 
Staff are on hand to assist groups and 
individuals in researching information 
regarding particular genetic conditions or 
predispositions and help keep members aware 
of matters of interest such as changes of 
legislation etc.  There are no fees payable to 
become a member of GaRDN. 
 
What is a rare condition? 
As defined by the Australia Therapeutic Goods 
Authority, rare diseases are a condition, 
syndrome or disorder that affects 1 in 10,000 
people or less. Due to their rarity, specific 
issues are raised which concern things such as 
diagnosis and treatment. Obtaining a diagnosis 
is often difficult and most rare diseases have 
no cure. 80% of rare diseases are genetic, this 
is they have a genetic origin. Such diseases 
are present throughout a person’s life, even if 
the symptoms are not always present.   
 
What is a genetic condition?  
A gene or chromosome fault can result in a 
genetic condition. Genes are the instructions 
that determine physical characteristics such as 
height, hair and eye colour, strength of our 
bones and the correct functioning of our 
bodies.  Genes are located on chromosomes 
inside the cells of our bodies. A genetic 
condition can run in families, but may occur 
without a previous family history. 
  
Early Diagnosis and Treatment 
In some genetic conditions, early diagnosis, 
sometimes even before the symptoms appear, 
can lead to specific treatment. For example, all  
newborn babies in Australasia are screened for 
phenylketonuria (PKU) by a simple blood test.  
 
Diagnosis and treatment within the first month 
of life are crucial to avoid intellectual disability.  
 

Checking the family health history may 
determine if a person or another blood 
relative are at risk for developing a genetic 
condition or for passing it on to their children.  
 
Genetic Counselling 
Genetic counselling is available to families 
and individuals that have concerns about a 
condition in their family which may have a 
genetic basis. A team of health professionals 
which may include clinical geneticists, 
genetic counsellors and social workers, work 
together to provide information and 
supportive counselling so that families may 
be better able to understand, and adjust to, 
the diagnosis of a genetic condition.  
 
Genetic testing, if it is available and 
appropriate, can also be organised on the 
basis of informed consent. Genetics Services 
are available throughout Australasia and 
provide genetic counselling to assist in 
informed decision making regarding genetic 
testing. 
 
Support Groups 
Support groups provide affected individuals 
and families with information about the 
condition and community resources, as well 
as an understanding and empathic ear. 
There are over 200 genetic conditions for 
which there are over support groups/
branches in Australasia. 
 
Some points to remember when contacting a 
group: Many of the support groups contact 
numbers are home numbers, so please be 
considerate of the hours at which you call.   
Many support groups do not receive funding 
and rely on their group members for income.   
Offering to pay for postage, photocopying 
and/or materials provided will be appreciated 
by many groups.   
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Muscular Dystrophy Association of WA 
Neurofibromatosis Association of WA 
NF Australia T/as Children's Tumour Foundation of Australia 
Osteogenesis Imperfecta (OI) Society of Australia 
Pallister-Hall Syndrome (PHS) Support Hub 
Pallister Killian Syndrome Foundation of Australia 
Retina Australia (WA) 
Rett Syndrome Association of WA 
Sanfilippo Children’s Foundation  
Short Statured People’s Association WA Branch 
SIDS and Kids WA 
Spina Bifida and Hydrocephalus Association of WA 
Support Organisation for Trisomy and Related Disorders of WA 
(SOFTWA) 
Syndromes Without A Name (SWAN) Australia 
Thalassaemia Australia 
Thyroid WA Support Group 
Turner Syndrome Association of Australia (WA) 
Usher Syndrome Support Group 
VCFS 22q11 Foundation 
Von Hippel-Lindau (VHL) Alliance WA 
Williams Syndrome Association of WA 

Corporate Associate Members 
Activ Foundation 
ARAFMI Western Australia 
Association for the Wellbeing of Children in Healthcare 
Association of Genetic Support of Australasia 
Asthma Foundation of WA 
Australasian Genetic Alliance 
Cancer Council Helpline 
Carers Association of WA Inc 
Connect Groups Support Groups Association WA 
Deaf Society Inc, WA 
Even Keel Bipolar Disorder Support Association 
Ethnic Disability Advocacy Centre   
Genetic Support Network of Victoria (GSNV) 
Health Consumers’ Council WA 
Kalparrin 
Linkwest 
Mental Illness Fellowship of WA 
Neurological Council of WA 
People with Disabilities WA 
Self Help QLD 
Senses Australia 
SHOUT (Self Help Organisations United Together)  
Speak Easy Association of WA 
The Australian Sjogen’s Syndrome Association 

Individual Associate Members 
Linda Bovill   Robyn Hendriks 
Anja Hermann    Sindhu Kurup 
Amanda Samanek   Kristina Johns 
Abdulla Sheikhi   Darren Webb 

GaRDN Members 

Membership Forms are available on the Web.   
http://www.geneticandrarediseasenetwork.org.au 

Full Members 
Acoustic Neuroma Association Australia 
Albinism Fellowship of Australia 
Alpha-1 Association of Australia 
Alzheimer’s Australia WA 
Androgen Insensitivity Support Group Australia 
Angelman Syndrome Association of WA 
Australian Rare Chromosome Awareness Network (ARCAN) 
Arthritis & Osteoporosis WA 
Arthrogryposis Society of WA 
Australasian CHARGE Syndrome Association of WA 
Australian Mitochondrial Disease Foundation 
Australasian Tuberous Sclerosis Society 
Australia Alopecia Areata Foundation  
Australian Cystinosis Support Group 
Australian Leukodystrophy Support Group 
Australian Pituitary Foundation WA Branch 
Batten Disease Support and Research Association (Australian 
Chapter) 
Cardio-Facio-Cutaneous Syndrome Support Group 
Congenital Diaphragmatic Hernia (CHD) Australia 
ConnecTeD Foundation Inc 
Charcot-Marie-Tooth Association Australia- WA Division 
Chiari & Syringomyelia Australia 
Chromosome 18 Registry & Research Society 
CleftPALS WA 
Coeliac Society of WA  
Creutztfeldt-Jakob Disease (CJD) Support Group Network 
Cushing's Disease Support Group 
Cystic Fibrosis WA Inc 
Dystrophic Epidermolysis Bullosa Research Association (DEBRA) 
Australia 
Diabetes WA 
Down Syndrome Association of WA  
Dyslexia SPELD Foundation WA 
Ectodermal Dysplasia Support Group Australia 
Epilepsy WA 
Fabry Support Group of Australia 
Fragile X Association of Australia Inc 
Friedreich Ataxia Network (FAN) 
Familial Hypercholesterolaemia Family Support Group WA 
Gelastic Seizure Support Hub 
Hereditary Angioedema (HAE) Australasia  
Haemochromatosis Australia 
Haemophilia Foundation WA  
Heart Kids WA 
Huntington’s WA  
Immune Deficiencies Foundation Australia (IDFA) 
Kawasaki Disease Foundation Australia 
Klinefelters Syndrome of WA 
Learning and Attention Disorders Society  
Long QT Syndrome (LQTS) Support Group WA 
Lupus Group of WA 
Lyme Disease Association of Australia 
Motor Neurone Disease Association WA 
Multiple Sclerosis Society WA 
Mucopolysaccharide & Related Diseases Society  
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►► The views and opinions expressed in this newsletter are those of the individual authors and 
not necessarily those of the GaRDN. The material supplied is for information purposes 
only, and is not to be used for diagnosis or treatment.  

 

Location & Mailing Address 
Genetic and Rare Disease Network (GaRDN) 

(Formerly Genetic Support Council WA) 
 

Oasis Lotteries House 
Suite 7, 37 Hampden Road 

Nedlands WA 6009 
 

Phone: (08) 9485 8999  
 

Email: hello@gardn.org.au 
 

Website: 
www.geneticandrarediseasenetwork.org.au 

 
Office Hours:  10am to 4pm Monday to Friday 

 

  Contact Us 

GaRDN 

Sir Charles Gairdner Hospital 

University of Western Australia (UWA) 


