FRACP 2002 Endocrinology

Question 11

30yo Woman with mild hypercalcaemia and normal PTH

FHx:  mother had hypercalcaemia which did not respond to parathyroidectomy.

What would you do next?

(a) PTH scan

(b) 24 hour urinary calcium excretion

(c) rPTH  (??PTHrP)

(d) vit D level

(e) ACE level

Aim:  to recognise possibility of familial hypocalciuric hypocalcaemia (FHH)

ANSWER:
(b)

FHH

· defective calcium receptor, mainly in parathyroid and renal tubular cells

· benign cause of hypercalcaemia

· autosomal dominant, high penetrance (genetic testing not routinely avail)

· normal or slightly high PTH

· biochemical changes persist after parathyroidectomy

· usually asymptomatic
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normal or low phosphate

How to distinguish from hyperparathyroidism:


· family history

· low calcium excretion

· no bone or mental state changes

· no abnormal parathyroid tissue on PTH scan

24 hour urinary calcium <5mmol/day confirms diagnosis

Primary hyperparathyroidism – 40% have hypercalciuria >6.2mmol/day

Not (a) – normal PTH, unlikely to find abnormal parathyroid tissue


   no abnormal tissue in FHH


Not (c) – PTHrP is a paracrine factor responsible for hypercalcaemia in malignancy

               no history of malignancy

Not (d) – no on Vit D supplements and Vit D deficiency will give a high PTH

Not (e) – raised ACE specific for sarcoid and no history to suggest this

