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Triplets with growth failure, microcephaly, mental retardation,
nail hypoplasia and corpus callosum agenesis: is it a variant
of Coffin-Siris or a new syndrome?
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We report eight-year-old triplet girls whose clinical features included
microcephaly, severe mental retardation, hypoplasia of distal phalanges of both
fifth and second fingers and nail hypoplasia on second fingers, dysmorphic
facial features, and partial corpus callosum agenesis. During infancy, a Pavlik
harness was used for congenital hip dislocation, and they had difficulty in
feeding. One had been operated for patent ductus arteriosus. To our knowledge,
this rare combination has not been previously reported in triplets whose clinical
features closely resemble those of Coffin-Siris syndrome. The other diagnostic
possibilities are also reviewed.
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We describe eight-year-old triplet girls with
microcephaly, severe mental retardation,
hypoplasia of distal phalanges of both fifth and
second fingers and nail hypoplasia on second
fingers, dysmorphic facial features and partial
corpus callosum agenesis. These reatures closely
resemble the abnormalities seen in Coffin-Siris
syndrome. Coffin and Siris! first described three
unrelated girls with severe mental and
developmental retardation, absence of nails and
distal phalanges of their fifth fingers and toes,
and lax joints. They had coarse facial features
with bushy eyebrows, wide mouth, and thick
lips. New additional cases were reported later?.
Our triplets had some differences regarding the
facial and skeletal characteristics in previously
reported cases of Coffin-Siris syndrome and
these are discussed below.

Case Reports

The triplet girls were first admitted to our
hospital at six years of age when one of them
(Case 1) presented with generalized edema due
to nephrotic syndrome. The girls had similar
growth and developmental history and physical

dysmorphic characteristics (Table I). They were
products of an uncomplicated 37 week pregnancy
and of an uneventful normal delivery. At birth,
weight and length were both below the 10%
percentile for all three, and head circumferences
were below the -2 standard deviation. They had
a history of feeding difficulty during infancy, of
using Pavlik harness for congenital hip
dislocation and of delayed neuromotor
development. Case 2 had been operated for
patent ductus arteriosus at 18 months of age.
Their parents were nonconsanguineous. They had
one older healthy brother and one older healthy
sister. Physical examinations of the parents and
two older siblings were normal. There was no
family history of similar characteristics. On
admission, weight and height were both below
the 5% percentile and their head circumference
were below the -2 standard deviation. Physical
examination revealed mental retardation,
hypoplastic distal phalanges and nails of second
fingers, slightly hypoplastic distal phalanges of
fifth fingers (Fig. 1), microcephaly and
dysmorphic features such as bushy eyebrows,
short, broad nose, hypertelorism, micrognathia,


















