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PITT HOPKINS SYNDROME 

Statement by Minister for Health 

MR R.H. COOK (Kwinana — Minister for Health) [2.09 pm]: I rise to inform the house about Pitt Hopkins 
syndrome and the work that the McGowan government is doing broadly with regard to rare diseases. I thank the 
member for Mount Lawley, who has been advocating on behalf of the Conway family to raise awareness of 
Pitt Hopkins syndrome. Today, being International Pitt Hopkins Awareness Day, I am glad that James Bonzas, 
Dean, Kassie and Zach Conway, and Zach’s carer, can be with us in the public gallery today. 

Pitt Hopkins syndrome is a genetic condition characterised by intellectual disability and developmental delay, 
breathing problems, recurrent seizures and distinctive facial features. People with the condition typically do not 
develop speech. Many affected individuals exhibit features of autistic spectrum disorders, characterised by 
impaired communication and socialisation skills. The exact prevalence of Pitt Hopkins syndrome is unknown; 
however, it is a rare condition. Pitt Hopkins syndrome is one of over 7 000 known rare diseases, which are 
estimated to affect around 350 million people globally. In WA, it is estimated that rare diseases affect up to 
190 000 people, including 63 000 children, representing between six and eight per cent of the population. Rare 
diseases are often addressed collectively. In WA, rare diseases are recognised as a public health priority. This has 
led the WA Department of Health to develop the “WA Rare Diseases Strategic Framework 2015–2018”, which 
outlines a range of initiatives aimed at responding to the needs of Western Australians living with rare diseases. 
The government recognises the need for rare disease research and the vital work of disease-specific research 
funds and it is focused on supporting rare diseases collectively. It does this in a variety of ways, including 
supporting research through its membership of the International Rare Diseases Research Consortium. It also 
provides funding to the Genetic and Rare Disease Network, which is a not-for-profit organisation that acts as 
a peak body for genetic and rare disease support groups in WA, working to empower individuals and their 
families to reach positive health outcomes. 

In WA, we are proud of the work of the Undiagnosed Diseases Program. The UDP is a world-leading program, 
which works to solve the most challenging medical mysteries for our children and youth. The UDP assembles 
a dream team of medical doctors and partners them with the latest technologies such as genomics, phenotypes and 
3D facial analysis. The program delivers cutting-edge innovation and equitable and efficient medical care through 
the power of diagnosis. Over two years, the UDP has produced some outstanding outcomes, including a 60 per cent 
diagnosis rate for referred patients, Aboriginal engagement, and an expansion to include young adults between 
16 and 25 years of age. 

I look forward to working with the member for Mount Lawley and the Conway family to raise awareness of 
this rare disease in the lead-up to Rare Diseases Day in 2019 and on International Pitt Hopkins Awareness Day 
in the future. 
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