Short report

The SHORT syndrome: further
delineation and natural history

The sixth reported case of the SHORT syndrome is
described and is compared with other cases. The child (figs
1 and 2), small with normal growth hormone production,
had a striking absence of subcutaneous fat, a triangular
shaped, broad forehead, small chin, megalocornea and
anteriorsegment dystrophy of the eye, bilateral clinodactyly,
and normal intellectual development. The child was
initially thought to have the Silver-Russell syndrome.

The proband, now aged 10, was born at 38 weeks’
gestation weighing 2200 g with a length of 48-3 cm. The
father was aged 21 and the mother 18 at his birth and they
were non-consanguineous, white Australians. There was
no family history of dwarfism or birth defects. The paternal
grandmother has insulin dependent diabetes and is 160 cm
tall.

A striking absence of subcutaneous fat, particularly in
the face, first noted at the age of three months, has

persisted and now includes the shoulders and chest. He has'

FIG 1 The proband aged five months. Note similarity to
the case of Gorlin et al (fig 3).
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one sib, a boy aged three who is well. The patient. had
recurrent vomiting and feeding problems until the age of
two years. Height and weight have always been well below
the 3rd centile. Height velocity is normal. Head circumfer-
ence has been maintained at the 10th centile since an early
age. Tooth eruption was delayed until 12 months. On
examination at the age of nine years nine months, head
circumference was 50-5 cm (10th centile), height 120-9 cm
(<3rd centile), and weight 18-7 kg (<3rd centile). There
was absence of subcutaneous tissue, particularly around
the chest and face. The skin generally seemed thin and
transparent. The face was triangular with a small, rela-
tively pointed lower jaw with a vertical groove and dimple,
which he shares with both his father and grandfather.
There was maxillary hypoplasia and the forehead appeared

FIG2 The proband aged nine yéars. Note lack of
subcutaneous fat on face and body, triangular face,
hypoplastic mandible, and anteverted ears.

473

Received for publication 17 October 1988.
Revised version accepted for publication 3 February 1989.



474

broad. He had bilateral clinodactyly. There were no café
au lait patches, body asymmetry, or other anomalies.
Initial diagnosis was the Silver-Russell syndrome.

Ophthalmological examination showed unusual irides
owing to almost total absence of the anterior stromal layer.
The posterior pigmented layer was exposed. Corneal
diameter was 13X 13 cm (normal 11-5+0-5 cm). Intraocular
pressure and fundi were normal.

Extensive endocrinological investigation including
growth hormone levels after clonidine, sleep, and exercise
stimulation was normal. Thyroid function studies, soma-
tomedin, CT scan, and extensive biochemical investiga-
tions showed no abnormalities. He attends normal school
where he manages appropriately for his age. However, his
small size and unusual appearance have created some
adjustment difficulties.

Gorlin et al' described an apparently new syndrome in
brothers and gave it the acronym of ‘SHORT" as follows:
S—short stature, H-hyperextensibility of joints or hernia,
O—ocular depression, R-Rieger anomaly, T-teething (de-
lay).

This boy has striking similarities to Gorlin’s original
cases (fig 3) and to the case of Toriello et al? (table). The
syndrome of partial lipodystrophy, Rieger anomaly, short
stature, and insulinopenic diabetes inherited dominantly
may be a diagnosis, this case representing a mutant.* Only
one of the cases of Aarskog et al* developed insulin
dependent diabetes at the age of 39. Diabetes may still
develop in this case. The vertical groove and dimple, which
he shares with his father and grandfather, may be a
coincidental dominantly inherited feature,? though the
patient of Gorlin et al' (fig 3) and that of Aarskog et al* had
a similar groove and dimple.
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FIG3 Case 1 of Gorlin et al (by permission). Note
hypoplastic alae and chin dimple.

In families with two affected infants, as in the cases of
Gorlin et al,' who are born to normal parents, explanations
other than autosomal recessive inheritance need to be
considered, such as variable expression of an autosomal

TABLE Comparison of findings in patients with the SHORT syndrome.

Findings Gorlin
et al’

1

et al

Sensenbrenner

Present
case

Toriello

Aarskog
et al’

et ai

Sex

IUGR

Slow weight gain
Frequent illness
Triangular face
Telecanthus

Deeply set eyes

Rieger anomaly

Wide nasal bridge
Hypoplastic alae
Micrognathia

Chin dimple
Anteverted ears
Clinodactyly

Delayed dental eruption
Lack of subcutaneous fat
Joint hyperextensibility
Short stature

Hearing loss

Functional heart murmur
Inguinal hernia
Delayed bone age
Delayed speech

Normal intellect
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dominant gene or bgerminal mosaicism for an autosomal
dominant disorder.
The heritability of this condition remains uncertain.
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