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ABSTRACT

BACKGROUND AND OBJECTIVE: Vitamin D-dependent rickets type Il (VDDR2) is a rare genetic disorder
caused by mutations in vitamin D receptor (VDR) and leads to resistance to biological effects of calcitriol. Based on
the type of mutation, this disease is resistant to calcitriol even at high doses of calcitriol and successful treatment of
these patients requires hypocalcemic modification through administration of high doses of calcium and bypassing the
intestinal defect in VDR signaling. In addition to the need for frequent hospitalization and high costs, intravenous
administration of calcium is associated with complications and problems such as arrhythmia and sepsis, venous
catheter infection and hypercalciuria. This study aims to report the positive treatment effects of high doses of oral
calcium in 4 patients with vitamin D-dependent rickets type I1.

CASE REPORT: In this study, 4 patients with vitamin D-dependent rickets type 1l, diagnosed based on clinical and
biochemical symptoms of rickets with alopecia, underwent therapy using high doses of oral calcium (300 mg/kg/day)
in pediatric endocrinology and metabolism center of Imam Reza hospital. After a short period, increased growth rate in
height, strength and elasticity of muscles was observed in addition to biochemical improvements without serious side
effects and even one patient started walking independently within the first week of therapy for the first time. Patients
were regularly followed up in terms of height and weight, growth rate and biochemical factors including calcium,
phosphorus and alkaline phosphatase every 3 months for one year.

CONCLUSION: Regardless of the type of mutation in vitamin D receptor, it is suggested that a 3-6 months trial of
high dose oral calcium be started in each patient with vitamin D-dependent rickets type I, particularly for patients
whose disease was diagnosed at lower ages.

KEY WORDS: Vitamin D-dependent rickets type Il, High dose oral calcium, Vitamin D receptor, calcitriol.
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