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Media release
FOR IMMEDIATE USE
Doctors uniting to unravel intellectual disability and autism gene for Fragile X Awareness Month

THIRTY-eight-year-old Sydney woman, Simone Zaia, may never be able to have children due to a gene mutation which affects one-in-150 Australian women ​– many of whom are unaware they have the condition. 
Ms Zaia is a premutation carrier of the Fragile X gene that, through successive generations, can lead to Fragile X Syndrome – the world’s leading inherited cause of intellectual disability and autism and a condition which may rise alarmingly without better awareness and intervention.
Leading researchers are uniting this month (July) – Fragile X Awareness Month – in a world-first endeavour to better understand the whole spectrum of Fragile X – a gene mutation of the X chromosome which can cause an array of mild-to-severe physical and intellectual disabilities and behaviours. 
According to Associate Professor Julian Trollor, Chair, Intellectual Disability Mental Health and Head, Department of Developmental Disability Neuropsychiatry, University of New South Wales, while premutation carriers of the Fragile X gene were previously thought to have no symptoms, recent research reveals they can be significantly affected by the condition.

“While we have known for some time that carriers pass the gene onto their children and future generations, resulting in Fragile X Syndrome, little is known about the effects of the premutation Fragile X gene. Some female carriers may experience ovarian insufficiency, which can cause irregular menstrual cycles, infertility and early menopause,” A/Prof Trollor said. 
“Older, male and female carriers may develop Fragile X Tremor Ataxia Syndrome (FXTAS), which is a condition affecting balance, tremor and memory, and is often misdiagnosed as Parkinson’s or dementia. The devastating reality of premutation of the Fragile X gene is that little is known about the mutation and why only some carriers are affected and not others.”

Researchers from Monash University and University of New South Wales are hoping to improve their understanding of the characteristics of late-onset Fragile X Syndrome and FXTAS in men by performing detailed health, balance and memory tests on middle-aged and elderly men over the age of 40 who have been diagnosed as premutation carriers of the Fragile X gene.
“We are teaming with renowned researchers from Monash University in Melbourne to perform world-leading research examining the spectrum of the fragile X premutation,” said A/Prof Trollor.
“We hope that by increasing our understanding of the genetic mutation it will improve community awareness about the physical, mental and emotional effects in premutation carriers of the Fragile X gene.”
Premutation carrier and coordinator of Sydney-based Fragile X support service, Ms Zaia said this research offers hope to her and the thousands of Australians carrying the affected gene. 

Ms Zaia discovered she was a premutation carrier of the Fragile X gene three years ago after her cousin’s son was diagnosed with an intellectual disability. While she is currently trying to conceive, it is proving to be a difficult process that requires testing of the embryos to ensure the foetus does not inherit the gene. 
“I have tried in vitro fertilisation (IVF) seven times, but sadly, each attempt has proven unsuccessful. It’s devastating to think I may not be able to have children because I am a premutation carrier.” 

Ms Zaia said Fragile X Awareness Month represents an opportunity to educate people about the relatively unknown condition. 
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“After diagnosis, I was disappointed with the lack of public awareness of the condition and preventative measures offered by the health sector,” Ms Zaia said. 

“If I had known I was a carrier earlier, I could have explored further options for conception. 
“Understanding the Fragile X premutation will provide greater insights into the treatment and management of people affected by the whole spectrum of the condition.






                
While there is no cure for the Fragile X premutation, there is a range of treatment and management strategies which can help people to not only deal with the diagnosis, but to live a normal life.”
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One-in-150 women are premutation carriers of the Fragile X gene. However, global estimates suggest that 50 per cent of people living with the gene premutation have not been correctly diagnosed. Twenty-five per cent of female carriers experience early menopause ​– some as early as their early-twenties – and are at a higher risk of early-onset osteoporosis.
Children born to female carriers have a one-in-two chance of inheriting the gene. While carriers of the gene may not exhibit any symptoms until middle-age, the chances of inheriting a mental or developmental disorder increases with each generation. 
“Because Fragile X is passed on genetically, women who have a family history of early menopause or intellectual disability should request a genetic test for the syndrome from their GP,” Ms Zaia said.

“We should be arming female Fragile X premutation carriers who want to have children with the knowledge to make an informed choice when it comes to conceiving.”

About the Fragile X gene
People with small expansions of the Fragile X gene are known as carriers of a premutation, which can enlarge with successive generations to cause Fragile X Syndrome. Until recently it is thought that carriers of the premutation didn’t have any health problems. However, recent research has suggested that female carriers of the premutation may experience infertility and early onset of menopause, whilst older males and females can develop Fragile X Tremor Ataxia Syndrome (FXTAS) – a condition affecting balance, tremor and memory. It is estimated that one-in-150 Australian women and one-in-800 Australian men are carriers of the premutation, many of whom aren’t aware they have the condition. 
Fragile X Syndrome is caused by a large expansion of a gene located on the long arm of the X chromosome, and is the leading inherited cause of intellectual disability and autism. Although it is almost as widespread as cystic fibrosis and muscular dystrophy, it is greatly under-recognised and under-diagnosed in Australia. 
Every week in Australia, one child is born with Fragile X Syndrome, and 25 children are born who are carriers. Children born to female carriers have a 50 per cent chance of inheriting the gene, and all daughters of male carriers become carriers. In some individuals, Fragile X can be passed silently down through generations before a child is affected by the syndrome. While there is no cure for Fragile X, a wide range of treatment and management strategies are available to help people with Fragile X live a normal life. Fragile X Syndrome is estimated to grow by 30 per cent by 2030 unless interventions are improved. For more information, visit www.fragilex.org.au.
Current research

Researchers from the University of New South Wales are coordinating clinical research – Thinking and motor skills in premutation carriers of fragile X – in order to improve understanding of FXTAS and the health of premutation carriers of the Fragile X gene. For more information, call the research team on 02 9931 9160.
The Fragile X Step Ahead project, led by Professor Kim Cornish and Dr Darren Hocking at Monash University, is a series of studies designed to collect more knowledge about Fragile X Syndrome in adulthood and childhood as well as in both male and female carriers.  For more information, call the research team on 03 9902 4162.
Associate Professor Sylvia Metcalfe, based at the University of Melbourne and Murdoch Children’s Research Institute, is leading a team investigating population-based carrier screening for Fragile X Syndrome – Fragile X Syndrome Carrier Screening Study. The study involves offering screening to women who are premutation carriers of the Fragile X gene prior to and during early pregnancy through primary health care settings in Victoria and Western Australia. For more information, visit www.fragilexscreening.net.au.

About The Fragile X Association of Australia
The Fragile X Association of Australia is a non-profit organisation made up of family, friends, therapists, doctors and carers of people with living with Fragile X Syndrome.
The association aims to help people with Fragile X Syndrome realise their full potential, provide information and support to those people whose lives have been affected by the condition, promote acceptance and integration of people with Fragile X into the community, and to raise public awareness of Fragile X Syndrome.
For more information visit www.fragilex.org.au or call 1300 FX INFO (1300 394 636).
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