Outline of Lecture 50 (11-18 PP; Jan de Beur)

Hypocalcemia

Hypocalcemia (all ( Ca)

- Signs and symptoms



- Chvostek’s sign: facial palsy due to tapping of facial nerve


- Trousseau’s sign: hand spasm due to extended pressure on upper arm


- Other neuromuscular effects, prolonged QT


- Ectodermal dystrophy and dental changes


- Vitamin D deficiency



- Most common cause of hypocalcemia



- Due to inadequate intake, inadequate sun exposure, vit D synthesis defects



- Causes bones deformity (growing bones particularly affected), mm. weakness, tetany



- Called rickets in children and osteomalacia in adults


- Labs: (25OHD and/or ( 1,25OH2D, ( PTH, ( PO4, ( urine Ca, ( AP



- 25OHD distinguishes vit D deficiency (low) from Ca deficiency by 25OHD (nl)

- Hypoparathyroidism



- Labs: ( PTH, ( PO4, ( 1,25OH2D but nl 25OHD, ( urine cAMP



- Destruction of parathyroid: most commonly surgical



- Autoimmune: APS Type 1




- triad: hypoparathyroidism, adrenal insufficiency, mucocutaneous candidiasis




- mutation in AIRE needed for immune tolerance



- DiGeorge Syndrome




- 3rd and 4th branchial arch defect, congenital absence of parathyroids

- CATCH22: cardiac, abnormal facies, thymic aplasia, cleft palate, hypocalcemia, 22q deletion



- Impaired PTH secretion




- activating AD CaSR mutation: ( PTH, ( urine Ca, ( PO4, ( urine cAMP



- Pseudohypoparathyroidism




- PTH-R signals through GNAS1, a G(s protein


- Albright hereditary osteodystrophy (AHO): short, obese, shortened metacarpal and metatarsals, archibald’s sign, bone formation on skin

	
	PHP1a
	PPHP
	PHP1b

	Appearance
	AHO
	AHO
	Normal

	Hormone resistance
	PTH and others
	Absent
	PTH only

	Serum calcium

Serum PTH
	Low

High
	Normal

High
	Low

High

	GNAS1 mutation
	Loss of function
	Loss of function
	Loss of maternal imprint causes ( expression

	Parental origin
	Maternal
	Paternal
	Maternal





See also abstract from Ann NY Acad Sci 968:173 (2002)

