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LETTER TO THE EDITOR
Severe hypercholesterolaemia in a paediatric patient with congenital
analbuminaemia
To the editor:

A 9-year-old girl who was just diagnosed with congenital
analbuminaemia on the basis of the ALB gene c.920delT
mutation came to our attention because of severe hyper-
lipidaemia (total cholesterol Z 475 mg/dl, triglycerides Z
113 mg/dl, HDL-cholesterol Z 85 mg/dl, estimated LDL-
cholesterolZ 367.4 mg/dl, apolipoprotein A1Z 178 mg/dl,
apolipoprotein B Z 200 mg/dl, lipoprotein (a) Z
196.44 mg/dl).

She was born at term from unrelated heterozygous
parents and had no family history of early cardiovascular
events nor atherosclerotic cardiovascular disease. At
physical examination, she showed no xanthelasma nor
tendon xanthomas and even the corneal arcus was
missing. She was of normal weight and not exposed to
second-hand smoke, having non-smoking parents.

Depending on the patient’s age and clinical features, we
first recommended a lipid-lowering treatment with pra-
vastatin 20 mg. After eight weeks of treatment, the pa-
tient’s lipid profile improved (total cholesterol Z �20.2%;
triglycerides Z �41.6%; HDL-cholesterol Z unchanged;
estimated LDL-cholesterol Z �18.3% vs baseline) and the
tolerability was adequate. However, she did not reach the
target cholesterol levels, and the Lp(a) value increased to
248 mg/dl. Therefore, we strengthened the daily dose of
pravastatin to 40 mg. At eight-week follow-up, the results
were extremely satisfying (total cholesterol Z �30.9%;
triglycerides Z �27.4%; HDL-cholesterol Z �1.2%; esti-
mated LDL-cholesterol Z �37.9% vs baseline). The tolera-
bility parameters were unchanged, and the therapy had no
side effects in the following 3 years.

Analbuminaemia is an autosomal recessive disorder in
which subjects have low or no concentration of serum
albumin [1]. Albumin is the main fatty acid-binding
protein in extracellular fluids and its decrease was his-
torically supposed to cause an increase in apo B-con-
taining lipoproteins in the plasma [2]. Nevertheless, the
causal link between this affection and dyslipidaemia re-
mains unclear [3,4], and there is no accepted strategy for
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safely treating both hypercholesterolaemia and analbu-
minaemia to eventually decrease the atherosclerotic risk
[5e8]. The long-term cholesterol-lowering treatment
with atorvastatin described elsewhere resulted in the
appearance of peripheral oedema [5], although it does
not seem to present this problem in the short term [9]. At
the same time, patients with analbuminaemia treated
with simvastatin had a 3- to 5-fold increase in creatine
kinase, thus suggesting that caution is advisable in the
use of this drug [10].

This is the first time, however, that the lipid-lowering
treatment of a paediatric patient affected with this pa-
thology is described and documented. According to our
findings, pravastatin is effective in the management of this
type of patient, and it may be safely used to reduce long-
term cardiovascular risk.
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