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To the Editor: There are limited number of patients with con-
genital analbuminemia (CAA) with lipodystrophy in the liter-
ature and all of them have edema. An 8-y-old girl was admit-
ted due to swelling of the fat tissues affecting the lower ex-
tremities without edema. Laboratory evaluation showed
marked hypoalbuminemia (0.19 g/dL, normal range: 3.63–
4.91), and significant increase in low-density lipoprotein cho-
lesterol (355 mg/dL, normal range: 0–130) and total choles-
terol (443.6 mg/dL, normal range: 0–200). Serum protein
electrophoresis revealed the near absence of an albumin peak
and compensatory increase in other proteins. The patient also
had remarkable elevations in lipoprotein(a) and transferrin,
suggesting CAA. Molecular analysis of the ALB gene showed
a homozygous mutation previously defined as IVS1+1G>T
(c.79+1G>T) studied by Sanger sequencing and confirmed
with parental segregation [1].

A newborn premature baby who had respiratory distress
syndrome and later on had pulmonary and gastrointestinal
bleeding had the same mutation with our patient [1]. This
baby revealed pretibial, dorsal, and gastrointestinal edema
and was the severe form of the disease. There was no exact
genotype-phenotype correlation in CAA. This previous report
of CAA in a premature baby had the same mutation with our
patient. Although the baby had the severe form of the disease
with early onset findings, our patient was the milder formwith
only lipodystrophy and laboratory findings of the disease.

While in the literature, nearly all patients with analbuminemia
have edema, our patient did not have edema at the first presen-
tation. Although there is no distinct pathophysiologic mecha-
nism of lipodystrophy, possible mechanismsmay be the absence
of albumin from the skin, extrahepatic stimulation of lipogenesis,
and lipid disturbances.

Until now, lipodystrophy has been reported in 6 adults at
the time of diagnosis of CAA [2–4]. To the best of our knowl-
edge, the present case represents the youngest known patient
with lipodystrophy. It is exactly not known whether severe
hypercholesterolemia leads to cardiovascular comorbidites
or other diseases. This case of analbuminemia expands the
differential diagnosis of lipodystrophy in children; thus, in
the childhood period, albumin levels should be checked even
in the absence of edema.
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