IS CONVENTIONAL TREATMENT STILL THE FIRST CHOICE IN PEDIATRIC PATIENTS WITH
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Figure 3: Change in height (Ht) SDS Figure 4,5: Ht SDS for gender and severity of mutation
INTRODUCTION Figure 1: The distribution of genetic defects

33 subjects from 12 unrelated families
- 16 patients with HR
- 17 first-degree relatives
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» Hereditary hypophosphatemic rickets
(HR) Is a rare renal phosphate
wasting disorder.
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* HR causes burden on pediatric PHEX mutation in- Novel EGE23 mutation
patients despite conventional 18 subjects/ 9 families 1index (6.25%)

treatment of phosphate and calcitriol. -13 index cases (13/16; 81%)
-5 first-degree relatives

No defect

2 Index cases
-1 first-degree relative (12.5%)
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9 different mutations
-5 previously defined  Median phosphate and pubertal ht SDS was

AlM 4 novel > non-truncating 0.386 lower during puberty (p=0.014 ; 0.09).
0.608  Pubertal growth spurt was not observed.
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\ ’ B \ al : Figure 6: A; The change in lower extremities of
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i B | N | when he was 4, 5, 6 and 7 years old were -1.7, -
Jl l13.3 3 | 219 -1.87,-2.18, respectively).
| | il ’, « All patients had radiologically confirmed rickets.

| * 6/10 patients had radiologic recovery at the last
Genotype- Figure 2: Novel heterozygous splice-site mutation (c.1899+5G>T) of the PHEX gene from ‘ / | clinical visit

phenotype analysis family VIII. I_3Ia.ck. symbols indicate. aff.ected Individuals, and white symbols indicate « All patients had bowing deformity
unaffected individuals. The arrow indicate the proband.
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These findings question the recommendation of conventional treatment as first-line in patients with XLHR. Phone: +905367950760
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2- FGF23 Response to ‘Complete metabolic, clinical and radiographic recovery Is unlikely during conventional treatment.

conventional
3- CLCN5 treatment

MLPA

Puberty is a period of detorioration in metabolic control and growth during treatment of XLHR.

Sanger sequencing
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