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Hypocalcemic Tetany in a 10-year Old Boy:
A Case of Pseudohypoparathyroidism
Type 1b due to Paternal Uniparental Disomy
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Pseudohypoparathyroidism (PHP) is a disorder characterized by hypocalcemia and hyperphosphatemia
due to end organ resistance to parathyroid hormone, PHP is caused by the deficiency of the a-subunit
of the stimulatory G protein encoded by the GNAS gene, and this defect arises from genetic or imprinting
disturbances, Sporadic PHP 1b shows two or more methylation defects of upstream of GNAS gene
and some of them lead to loss of maternal GNAS imprints, therefore, only paternally derived GNAS
gene is expressed, Here, we report a 10 year 9 month old boy presented with intermittent tetany who
was finally diagnosed with PHP 1b caused by paternal uniparental disomy of chromosome 20q,
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Fig. 2. Hand x—ray shows no evidence of metacarpal
bone shortening.

Fig. 1. T1 weight brain MRI images are shown. Increased signal intensity of both basal
ganglia (indicated as white arrow) are found which are compatible with calcifi-
cation due to peusdohypoparathyroidism.
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Fig. 3. Methylation specific—multiple ligation dependent probe amplification result of normal control (A) and patient
(B) are shown. Multiple defects of differentially methylated regions are found.

Table 1. Biochemical Features and Medication Course of the Case

A Total calcium Ionized calcium  Phosphorus Alkaline
( egaer) (mg/dL) (mmol/L) (mg/dL) phosphatase Medication
Y ref. 8.8—10.6 ref. 1.09-1.30 ref. 2.5-4.6 (U/L)
Admission  10.8 6.8 0.90 9.5 213 iv Ca—gluconate
Discharge  10.8 8.9 1.04 9.6 179 CaCOs; 2.0 g tid, Calcitriol 0.25
(HD#5) ug bid
OPD 11.8 8.4 6.4 250 CaCOs 1.5 g tid, Calcitriol 0.25
ug bid
OPD 12.6 7.1 0.96 9.3 351 CaCOs 3.0 g tid, Calcitriol 0.25
ug bid
OPD 12.6 6.9 0.93 9.0 346 CaCOs 3.0 g tid, Calcitriol 0.25
ug bid,
CaCitrate/cholecalciferol 1tab bid
OPD 12.7 7.6 1.02 8.8 356 CaCOs 3.0 g tid, Calcitriol 0.25
ug bid,
CaCitrate/cholecalciferol 1tab bid,
sevelamer carbonate Ztab tid
OPD 13.0 9.3 1.25 6.4 196 CaCOs 2.5 g tid, Calcitriol 0.25
ug bid,
CaCitrate/cholecalciferol 1tab bid,
sevelamer carbonate Ztab tid
Abbreviations: HD, hospital day; OPD, out—patient clinic.
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