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A further case of a new syndrome
including midface retraction,
hypertrichosis, and skeletal
anomalies
SUMMARY The clinical and radiological features
of a male child with multiple malformations are
described. He appears to be an example of a
new syndrome recently described by Schinzel
and Giedion (1978).

We report a further case of a syndrome recently
described by Schinzel and Giedion (1978) consisting
of midface retraction, club feet, hypertrichosis,

hypoplasia of dermal ridges, and radiological
skeletal abnormalities in skull, ribs, hands, and feet.
Our case developed intractable epilepsy and spasti-
city and exhibited profound developmental and
growth retardation, as did the surviving sib described
in the earlier report.

Case report

This patient was born in January 1978, the result of
the third pregnancy of healthy, non-consanguineous,
26-year-old parents. Previous pregnancies had
resulted in a miscarriage at 3 months' gestation and
the birth in 1975 of a female who, at the age of 3
years, is ofnormal appearance and development. The
mother is now pregnant for the fourth time. In the
pregnancy leading to the birth of our patient,
amniocentesis was performed without complication
at 16 weeks' gestation, the indication being maternal
anxiety because a distant relative had Down's
syndrome. A normal male fetal karyotype was
reported. There is no other known family history of
birth defect. There was no history of infection or
exposure to drugs, and spontaneous vertex delivery
ofa male infant weighing 3 - 5 kg occurred at 41 weeks'
gestation.
The infant was transferred after birth to the Special

Care Baby Unit because of hiis unusual appearance.
He was noted to have an odd face, hypospadias, and
bilateral talipes equinovarus. The right kidney was
palpably enlarged and a systolic murmur was heard.

Investigations including haemoglobin, blood urea
and electrolytes, thyroid function tests, and urine
amino-acid chromatography were within normal
limits. Cytomegalovirus titre 1:20, rubella virus
(HAT) 1:40 (CFT) 1:10, toxoplasma antibody 1:16.
Chromosome analysis with Giemsa banding showed
a normal male karyotype 46,XY.
The infant was snuffly and difficult to feed, and at

4 weeks of age began to have frequent fits which
have not been controlled with phenobarbitone or
sodium valproate. Detailed examination at the age of
10 weeks showed an infant with generalised hyper-
trichosis and upswept hair (Fig. 1 and 2). The skull
was dolichocephalic with large anterior and posterior
fontanelles and frontal bossing. There was a mon-
goloid slant of the palpebral fissures, proptosis, and
the pupils, which were small, did not react to light.
The nasal bridge was depressed and the nose up-
turned with multiple telangiectases over the nose and
cheeks. The ears were low set, posteriorly rotated,
and had protruding lobes. The foreskin was hooded
with a ventrally placed meatus. The testes were in the
scrotum. There was bilateral talipes equinovarus,
dimples on both elbows and the right knee, and the
nails were hyperconvex (Fig. 3). The kidneys were
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enlarged. The heart was normal on auscultation and
no murmurs were heard.
At the age of 10 months (Fig. 4) he is permanently

in hospital and has persistent faecal excretion of
group B salmonella. His weight is 6800 g (<3rd

Fig. 1 Patient at 10 weeks. Note hypertrichosis,
depressed nasal bridge, and midface hypoplasia.

Fig. 2 Patient at 10 weeks. Note short neck and small
ear with protruding lobe.

centile), length 66 cm (<3rd centile), and head cir-
cumference 43 cm (<3rd centile). He is severely
spastic, has frequent fits, and is grossly retarded
developmentally. No teeth have erupted and he has a
seborrhoeic rash over his face and legs.

Radiological examination showed several of the
features of the cases of Schinzel and Giedion. The
skull had a wide synchondrosis between the exocci-
pital and supraoccipital bones, the cranial base was
steep, there were a few Wormian bones, and the
anterior and posterior fontanelles were large (Fig. 5).
There was exaggeration of anterior bowing and
widening of the shafts of the lower part of the

Fig. 3 Patient's hand at 10 months. Note hyperconvex
nails.

Fig. 4 Patient at 10 months. Note protuberant
abdomen and short arms.
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femora. The tibia appeared short (Fig. 6), the
clavicles were long, and the ribs broad (Fig. 7).
There was hypoplasia of the middle and terminal
phalanges especially in the feet.

Discussion

In their report of a new multiple congenital anomaly
syndrome, Schinzel and Giedion (1978) stated that

Fig. 5 Lateral skull x-ray at 1 week, showing wide
sutures andfontanelles and wide occipital
synchondrosis.

Fig. 6 X-ray of left lower leg at 10 months showing
bowing of tibia and decreased muscle mass compared to
subcutaneous fat.
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they were unable to find another report of a similar
case, although they wondered whether their defini-
tion was too narrow. We present here what we
consider to be a similar case and in Tables 1 and 2

Fig. 7 Chest x-ray at 2 weeks, showing wide ribs and
long clavicles.

Table 1 Clinical data

Schinzel and Giedion Present
(1978) case

Condition Case 1 Case 2

Gestational age (w) 41 41 41
Birthweight (g) 2900 3880 3500
Polyhydramnios - + -

Hypertrichosis + + +
Widely patent cranial sutures
and fontanelles + + +

Saddle nose with retracted root,
short bridge, and upturned tip + + +

High, protruding forehead + + +
Chonanal stenosis + + 'snuffly'
Short and broad neck with
abundant skin + + +

Atrial septal defect + +
Short penis with hypospadias 0 + +
Deep sulcus between major and
minor labia, hymenal atresia,
short perineum + 0 0

Moderate shortening of forearms
and legs + + +

Postaxial hexadactyly (right foot,
left hand) + - -

Narrow and hyperconvex
fingernails - + +

Hypoplastic dermal ridges + + +
Simian creases - + +
Growth retardation + 0 +
Seizures and abnormal EEG + 0 +
Spasticity + 0 +
Severe mental retardation + 0 +
Recurrent apnoeic spells + + +
Delayed eruption of teeth + 0 +
Talipes - + +
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Table 2 Radiologicalfindings

Schinzel and Giedion Present
(1978) case

Condition Case 1 Case 2

Short and sclerotic base of skull + +
Steep base of skull + + +
Wide occipital

'synchondrosis' + + +
Multiple Wormian bones + + +
Orbital hypertelorism + + +
Wide cranial sutures and

fontanelles + + +
Broad cortex and increased

density of long tubular bones
and vertebrae + +

Broad ribs + + +
Hypoplastic or aplastic pubic

bones - +
Moderate mesomelic brachymelia - + +
Congenital hydronephrosis and

hydroureter + + ?
Short metacarpals of thumbs + +
Hypoplasia of distal phalanges

in hands and feet + + +

we compare the clinical and radiological findings of
our patient with those of Schinzel and Giedion. With
the exception of an atrial septal defect, for which
there is no clinical evidence at present, our patient
has all the clinical findings and most of the radio-
logical features found in both of Schinzel and
Giedion's patients (Table 1), and his clinical course
has been similar to that of their first patient who
survived long enough to permit comparison.
Schinzel and Giedion concluded that autosomal
recessive inheritance was likely in view of the involve-
ment of sibs of different sex born to normal parents.
This is of great importance in determining what
genetic counselling should be given, but further
reports of affected sibs and increased frequency of
parental consanguinity are necessary to support the
conclusion that this form of inheritance is involved.
Our report helps to establish the existence of this
syndrome as a separate defined entity, but since
only one sib is affected and the parents are not
consanguineous, it does not help to elucidate the
mode of inheritance.

The authors wish to thank Dr M. Purcell, Consul-
tant Paediatrician, Tameside General Hospital for
referring the case and Drs G. Russell and T. Patton
for radiological advice.
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Roberts's syndrome and clonidine
SUMMARY A child is described with features of
Roberts's syndrome. The mother took clonidine
during pregnancy. The question of a relationship
between the child's abnormalities and clonidine
is raised.

In 1966, Appelt et al. defined a syndrome as Roberts's
syndrome. The most prominent symptoms of
Roberts's syndrome (Roberts, 1919) are low birth-
weight, tetraphocomelia, cleft lip and palate, dys-
morphia, failure to thrive, vitium cordis, and low life
expectancy. A similar condition has been described
under the names of pseudothalidomide or SC
syndrome by Hermann and Opitz (1977).

Roberts's syndrome is a rare condition and only a
few papers on it have been published since 1966 (for
review see Freeman et al., 1974; Hermann and
Opitz, 1977). We observed a boy recently with
Roberts's syndrome. Our observations add another
case to previously reported publications and we
consider the question of the relationship between our
patient's abnormalities and clonidine.

Case report

The father, 37 years of age, is healthy. The mother
had hypertension before pregnancy. Therefore, she
took a hypotensive drug, clonidine 0 3 mg per day,
from the beginning of pregnancy. From the sixth
month of pregnancy, diazepam (10 mg per day)
was added to the clonidine. During pregnancy the
mother took no other drugs, she was not irradiated,
and except for hypertension she was not unwell. The
parents are not related. An older sister was stillborn
but had no malformations. The family history is
normal.
The course of the pregnancy, apart from the

hypertension, was normal. The child was born by
caesarean section at 36 weeks' gestation on 2 July
1977. Weight at birth was 1300 g, length 33 cm. At
physical examination the following abnormalities
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