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OBJECTIVES CASE PRESENTATION

Hypophosphatemic rickets (HR) stands for a heterogenous A girl aged 13yrs and 2 months was diagnosed with HR at the age of 7 yrs and then treated with alfacalcidol (40
group of rare disorders in which excessive renal mg/kg/d). Because of severe bowing of lower limbs the girl underwent several orthopedic operations. Motherc

diagnosis of growth hormone deficiency (max GH after stimulation was 7.4 ng/ml; N>10) rhGH therapy was initi

phosphate wasting is observed. The main characteristics dose of rhGH is 0,029 mg/kg/d)
of X-linked HR (XLHR) (OMIM #307800) caused by
mutation in PHEX (phosphate-regulating endopeptidase) Age 13 4/12 Dental/ no
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reabsorption. The patient’s growth may be improved by i HE SDS at -2.6 Other clinical features no Clinical
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early treatment with vitamin D, phosphate, as well as at department characteristics of
recombinant human growth hormone (rhGH) which acts Current /at last 2.2 Max GH levels 7.4 i Potient.
on growth cartilage directly, and increases renal visit after stimulation ; b
phosphate reabsorption and serum phosphate levels. Ht SDS Normal range > 10 ng/ml £ GH-b.umatn
Recently, the new treatment option is burosumab, a Clinical bowing of lower r;ii?:?h:;::;ne
monoclonal antibody which attaches to the FGF23 symptoms/family limbs, g
toi interview short stature, Current /at last visit treatment rhGH: 0.029 mg/kg/d
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hyperlordosis Alfacalcidol 40 ng/kg/d
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The aim of the study was to investigate the clinical Sciences. Additionally, current TRP2 % J 71
phe_notype and molecular background of HR Iin a concentration of ALP and TRP S-PTH 11,5 (N>80%)
patient in which XLHR was suspected as well as to during pharmacologic therapy are (N 15-68,3 pg/ml) During therapy
analyze the effects of rhGH treatment on growth. given
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»Early clinical and molecular diagnosis of HR, and early implementation of
vitamin D and phosphorus is crucial to prevent severe bone deformities and to
Improve final height.

»rhGH therapy in patients with XHLR may be very effective in those with
coexisting growth hormone deficiency. o —

»>Genetic counseling in families with HR patients should be proposed. Research Grant of the §

Bone, growth plate and mineral metabolism
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