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DesCripTion 
A 33-year-old woman presented with 1 week of 
dizziness and bilateral leg and hand cramps with 
associated numbness and tingling. She stated she 
was diagnosed with hypocalcaemia when she was 
approximately 8 years old, but could not elabo-
rate further. She was a poor historian with learning 
disabilities and admittedly was non-compliant with 
treatment.

Physical examination revealed a round face, short 
stature (4'10'') and obesity (body mass index 39) with 
no neck scars. Her extremities were notable brachy-
dactyly of her feet (figure 1) as well as brachydac-
tyly of her fourth and fifth fingers (figure 2) with 
a positive Archibald’s sign (figure 3). X-ray of her 
hands was significant for shortening of the fourth 
and fifth metacarpals (figure 4). EKG was remark-
able for prolonged QT interval (figure 5). Brain CT 
revealed extensive calcification in the basal ganglia 
(figure 6), consistent with chronic hypocalcaemia.

Her lab tests were remarkable for calcium of 
5.7 mg/dL (8.6–10), phosphorus of 5.3 mg/dL 
(2.7–4.5) and magnesium of 1.5 mg/dL (1.5–2.6). 
25-hydroxy vitamin D was 28 ng/mL (30–100), blood 
urea nitrogen was 11 mg/dL (6–20) and creatinine was 
0.88 mg/dL (0.5–0.9). Thyroid Stimulating Hormone 
(TSH) was 3.73 U/mL (0.3–4). Parathyroid hormone 
(PTH) was markedly elevated at 192 pg/mL (14–64) 
and the diagnosis of pseudohypoparathyroidism 
(PHP) was made. She was started on intravenous and 

oral calcium and calcitriol with improvement of her 
serum calcium and symptoms.

PHP is an extremely rare cause of hypocalcaemia, 
with an incidence of 0.79 per 100 patients and is 
more common in females than males. It is caused 
by defects of the GNAS1 gene which lead to PTH Figure 1 Brachydactyly of the feet.

Figure 2 Brachydactyly of the fourth and fifth digits.

Figure 3 Archibald’s sign (absence of the fourth and 
fifth knuckles on clenched fists).

Figure 4 X-ray of hand showing shortening of fourth 
and fifth metatarsals.
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resistance. When PHP is present with clinical features consis-
tent with Albright’s hereditary osteodystrophy such as round 
facies, obesity, short stature, brachydactyly and intellectual 
deficiencies, the patient is classified as PHP1a. These patients 

may develop resistance to other hormones such as thyroid stim-
ulating hormone and gonadotropins, so periodic screening is 
important. The mainstay of treatment for patients with PHP1a is 
to correct and prevent complications from hypocalcaemia with 
oral calcium and 1α-hydroxylated vitamin D metabolites.1 2

Learning points

 ► Pseudohypoparathyroidism (PHP) is an extremely rare disease 
associated with hypocalcaemia and hyperphosphataemia, 
with elevated parathyroid hormone and normal renal 
function.

 ► Patients with PHP1a have round facies, short stature, 
central obesity, subcutaneous calcifications, brachydactyly 
and mental deficiencies which are features of Albright’s 
Hereditary Osteodystrophy.

 ► The long-term treatment for patients with PHP1a involves 
maintaining normal serum calcium values with calcium and 
active vitamin D metabolites, and also regular screening 
for other associated hormone resistance conditions such as 
hypothyroidism and hypogonadism.
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Figure 5 EKG demonstrating prolonged QT interval.

Figure 6 CT of brain showing extensive basal ganglia calcifications.
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