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X-linked hypophosphatemia (XLH) is a rare genetic disease, a serious, debilitating and deforming condition, characterized by renal phosphate
wasting. XLH is caused by a mutation in the PHEX (phosphate regulating endopeptidase homolog X-linked) gene resulting in enhanced
secretion of the phosphaturic hormone FGF23 and leading defective bone mineralization, rickets and impaired physical function. This disease,

which affects 1:20.000 people, results in impaired quality of life (QolL) of patients, since, despite the treatments, they suffer progressive and

debilitating complications. (Haffner D, et al. Nat Rev Nephrol. 2019)
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Figure 1. Clinical presentation and complications in pediatric and adult XLH patients

A multicentre, observational and cross-sectional study has been carried out by a scientific committee consisted of 17 health care professionals
experts in XLH. QoL was assessed with the following EuroQol-5 Dimensions (EQ-5D) questionnaires: the EQ-5D-3L proxy (completed by
caregivers or parents of children under 12 years), the EQ-5D-3L (completed by patients aged between 12 and 18 years), and the EQ-5D-5L

(completed by adult patients and caregivers). The total number of participants for this project was 50 patients, 21 children and their

corresponding caregivers, and 29 adults.
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20 Table 1. Quality of life in children and adults with XLH according to the results obtained in the EQ-5D-3L and 5Q-5D-5L questionnaire. Only XLH adults
80 results can be compared to the general Spanish population according to the results of the National Health survey of the years 2011-2012.
70
60
50
40 ° ° ° ° ° ° °
30 In conclusion, children and adults with XLH, showed an important deterioration in QoL
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18 which was worse than the general Spanish population. These findings support the need
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Figure 2 and 3. Comparison of the mean values of the EQ-5D-3L and EQ-5D-5L COmplicatiOnS and the impairment of QoL.
index and the visual analogue scale(VAS) in patients with XLH and their caregivers.
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