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have been reported in the literature. At autopsy, some myocardial chan-
ges have been noted which have probably been caused by high calcium
levels. Some authors, however, have reported congenital supravalvular
stenosis apparently not due to the hypercalcemia.

Recently a new syndrome was described with mental retardation
and supravalvular aortic stenosis. 3.9.19 These patients all had the facial
appearance characteristic of idiopathic hypercalcemia. Since we do not
know anything about their serum calcium levels in infancy, it would be
hard to say that the patients developed these symptoms as a result of
hypercalcemia.

The etiology of the disease is unknown. Sinclair!! hypothesized
that a deficiency of essential fatty acids in cow’s milk is probably the cause.
James and Stapleton!2 however showed in their balance study that
essential fatty acids did not decrease the serum calcium level permanently.
Fanconi? thought that this syndrome is a collection of several congeni-
tal defects. Bongiovanni belicved that congenitally immature tubules of
the kidneys did not respond properly to parathormone and thus caused
an clevation in serum calcium levels.4 Fellers 13 believes that there is a
defect in vitamin D metabolism. He noted serum vitamin D levels are
consistently high in these patients, even though they were not given
excessive amounts, '

There is little difficulty in making a differential diagnosis in typical
cases. Vitamin D intoxication can be differentiated by the history and
the benificial effects of decreased vitamin D intake. Low phosphorus and
high alkalin phosphatase levels distinguish hyperparathyroidism from
hypercalcemia. X-rays may show cystic formations in the bones of pati-
ents with hyperparathyroidism, in contrast to the idiopathic hypercal-
cemic patients who generally show increcased bone density. In renal aci-
dosis serum calcium may be clevated, but these patients also have hyper-
chloremic acidosis and alkaline urine. In addition, hypotonia is not cha-
racteristic of hyperchloremic acidosis.

Prognosis and Treatment

Early diagnosis and treatment effect the prognosis of the disease.
The reported cases of scvere idiopathic hypercalcemia are not an ade-
quate basis for forming generalizations about the prognosis of the discase,
but the impression is that the prognosis is good if the patient receives proper
trcatment before the age of one or two years. Treatment should be continued
at lcast for two to three years, The prognosis depends largely on the severity
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of the damage to the kidneys. All patients should have clearance tests to
determine kidney capacity.

After the diagnosis has been established, the patient should be pla-
ced on a low calcium diet. The total calcium intake should be restricted
to 50 mg daily. Vitamin D should not be given. Corticosteriods are help-
ful, especially during the first few weeks. ¢ Cortisone decrecases calcium
absorption from the intestines and increases the excretion of calcium. So-
dium sulfate may be added to milk to make less soluble calcium salts, ie.,
calcium sulfate. Enough sodium sulfate should be added to neutralize
the milk calcium. EDTA has been used, especially in acute cases, and is
cffective.s However, since it is a toxic drug,it is not advised in all cases.

The patient whose case is presented here showed evidence of typical
ostcosclerotic changes of the skull, had significantly high vitamin' A and
carotin levels and typical “elfin face’’. Her symptoms began before she
was given vitamin D and did not show any significant clinical improve-
ment three months after vitamin D had been discontinued. The case
history and clinical findings are typical of a severe case of idiopathic hy-
percalcemia.

Summary

The case of a 14 month old girl with idiopathic hypercalcemia is
presented. The patient had the typical “elfin face”, high serum calcium,
vitamin A and carotin levels. Reserve alkalin was slightly low, but other
serum electrolytes were within normal limits. Osteosclerotic changes were
noted in skull x-rays, but these changes disappeared after one month of
treatment. The kidneys showed moderate to severe damage since inulin
and kreatinin clcarance tests were low. The patient improved on a low
calcium diet and cortisone therapy.
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