
A very rare hereditary disease, first de-
scribed in 1950, continues to be of interest
despite its infrequent occurrence. This is
due to the discovery in 1960 of an inborn er-
ror of metabolism, a-beta-lipoproteinemia,
and the questions this discovery raised as to
its relationship to the complex clinical and
laboratory findings. [The SCI® indicates that
this paper has been cited in over 205 publi-
cations since 1955.]
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The circumstances regarding our studies
did not at the onset seem very unusual. The
patient was an 18-year-old Jewish girl re-
ferred to the Consultation Service at the Mt.
Sinai Hospital for diagnostic studies. To
state matters briefly, she had a clinical pic-
ture like that seen iii Friedreich’s ataxia and
retinitis pigmentosa with considerable loss
of vision. There was also a history of pro.
tracted steatorrhoea in early childhood, It
was only when it was discovered that she
had most unusually and bizarrely shaped
red blood cells that we became intensely in-
terested. Family blood studies revealed the
same type of red cells in a nine-year-old
brother, who was at that time relatively
asymptomatic. He also had early pigmen-
tary reti’~aIchanges. This convinced us that
we were ~dealing with a hereditary disease
not previously described.

Two years after publication, with no fur-
ther cases reported and very few requests
for reprints, we began to suspect it wasn’t
creating much interest and was exceedingly
rare. We were somewhat relieved when, in

1952, Singer
1

and his associates reported a
remarkably similar case and in addition
conferred the term acanthrocytes (later
changed to acanthocytes
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) on the bizarrely

shaped red cells.
A few more cases were reported, but it

was not until 1960 that Salt
3

and his associ”
ates reported a new and exciting findTh~.
Their patient, an 18-month-old child, had a
history of protracted steatorrhoea, an inor-
dinately low blood cholesterol (22 mgm %),
and acanthocytosis. In-depth studies on fat
metabolism were undertaken. The blood Ii-
poprotein determination showed a complete
absence of beta lipoprotein. The investiga-
tors considered this finding to bean integral
part of the complex disease process and sug-
gested that the term a-beta-lipoproteinemia
be used to describe the syndrome. This term
has since become part of the medical
literature.

Whether the absence of the beta lipopro-
tein alone could be responsible for the en-
tire variegated clinical picture is a matter of
conjecture. In anyevent, its absence provid-
ed investigators with something tangible to
speculate about and work with. I assume
that the frequent citation of our work is
because we described the first case of this
rare disease. The continued interest in it is
undoubtedly due to the discovery of the in-
born metabolic error, which, although
known, is not clearly understood. Our role
was important in calling attention to the ex-
istence of this rare and unusual hereditary
disease, but the continued interest has ob-
viously been engendered by those who came
after. Despite its infrequent occurrence, a
fairly recent review (1983) of the literature

4

revealed that over 50 cases have now been
reported. For those who might be interested
in a more detailed account of this syndrome,
a very satisfactory review may be found in
the textbook, The Metabolic Basis of Inherit-
ed Disease.
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