
What is XLH?
X-linked hypophosphataemia 
(XLH) is a rare, lifelong, and often 
debilitating genetic disease2,3. 
Whilst rare, it is the most common 
form of hereditary rickets4.  It’s 
usually passed down from a parent 
who carries the defective gene 
but can sometimes appear in 
individuals with no family history of 
the disease5.
XLH is caused by a mutation 
in the PHEX* gene, leading to 
elevated circulating levels of the 

hormone, fibroblast growth factor 23 (FGF23)2,6. 
Excessive FGF23 leads to increased urinary 
phosphate excretion and reduces intestinal 
phosphate absorption6, resulting in chronic 
hypophosphataemia8. Phosphate is a key 
mineral needed for maintaining many biological 
processes, including energy metabolism, cell 
signalling, regulation of protein synthesis, skeletal 
development, and bone integrity9. As a result, 
people affected by XLH can suffer abnormalities 
in the bones2-4, joints2-4, muscles3, and teeth2-4. 
The burden of XLH is lifelong and progressive, 
and it may reduce a person’s quality of life8.
While there is no cure for XLH, therapies aimed 
at helping to restore phosphate to normal 
levels within the body may help to improve the 
symptoms of the disease2,4.
*Phosphate Regulating Endopeptidase Homolog, X-Linked

Australian Research
New research revealing the extent of the 
physical, emotional and social burden of 
X-linked hypophosphataemia (XLH) on 
Australian patients1 has been released to mark 
Rare Disease Day (Monday, 28 February).

This first-ever, Australia-based research from 
XLH Australia in collaboration with Kyowa Kirin 
Australia aims to help increase understanding 
of what it is like to live with the rare genetic 
disease1 which affects an estimated 1 in 20,000 
people.10,11
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