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Congenital scalp defects with distal limb anomalies
Report of a family
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Summary. A family is reported in which the syndrome of congenital scalp
defect with distal limb anomalies is expressed in several members. This provides
additional evidence for the autosomal dominant inheritance of this disorder.

The occurrence ofisolated congenital scalp defects
has been described repeatedly (Feud et al, 1945;
Callaway et al, 1946; Beresford and Samman, 1948;
Walker et al, 1960; Hodgman et al, 1965; Johnson-
baugh et al, 1965; Cutlip et al, 1967). Many of the
reported cases have been familial and others have
been associated with a variety of chromosomal
abnormalities. There have been 4 case reports
describing congenital scalp defects in association
with distal limb anomalies (Adams and Oliver,
1945; Scribanu and Temtamy, 1975), suggesting
that this may be a distinct genetic entity. Pedi-
grees in 2 of these reports are indicative of
autosomal dominant inheritance (Adams and Oliver,
1945; Kahn and Olmedo, 1950; Farmer and Max-
men, 1960; Scribanu and Temtamy, 1975). One
other report describes an affected individual with
normal parents but a sib with a scalp defect, sug-
gesting the possibility of autosomal recessive in-
heritance (Kahn and Olmedo, 1950). The fourth
report includes 2 unrelated individuals with no other
affected family members (Farmer and Maxmen,
1960). In the latter 2 reports, no definite associ-
ation is made between the scalp defects and the
limb anomalies.
We report here an additional family in which the

combination of congenital scalp defects and distal
limb anomalies appears to be inherited as an auto-
somal dominant disorder (Fig. 1).

Case report
The proband (III.5), a 2-week-old Spanish-American

female, was the full-term product of an uncomplicated
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pregnancy, labour, and vertex delivery to a 32-year-old
gravida 5, para 4 mother. The birthweight was 2663 g
and the child did well in the immediate postnatal period.
She was discharged from the nursery at 4 days of age.

I

II

III

2

2

2 3 4 5
Proband

4 Scalp defect

G Skull depression

) Hypoplastic toes

J Simple pinna

(O Stillbirth

FIG. 1. Family tree.

The infant presented to the emergency room of
Children's Memorial Hospital at 14 days of age with a
4-day history of vomiting and diarrhoea. She was
admitted to the hospital and treated for gastroenteritis,
with a good clinical response. Physical examination
during the child's period in hospital showed a length and
weight between the 3rd and 10th centiles for age, and a
head circumference at the 25th centile for age. General-
ized cutis marmorata was noted. A 1 x 2 cm smooth
defect, with a crusted central portion, was present at the
vertex of the scalp extending forward in the midline
(Fig. 2). There was no palpable skull defect and x-ray
films confirmed the absence of a bony defect. The right
ear was noted to have a simple pinna while the left ear
appeared normal. The toes of both feet were hypo-
plastic (Fig. 3a) and x-ray films showed absence of the
distal phalanges in all except the right great toe (Fig. 3b).
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Congenital scalp defects with distal limb anomalies

FIG. 2. Photograph of proband's head showing the congenital scalp
defect.

FIG. 3. (A) Photograph of proband's feet showing hypoplasia of the
toes.

FIG. 4. Photograph of proband's sister's feet. Hypoplasia of the
toes is even more pronounced than in the proband.

(B) X-ray of proband's feet revealing absence of most of the distal
phalanges.
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The hands and fingers were normal and the remainder of
the physical examination was unremarkable.

Examination of the family members showed a healed
scalp defect and hypoplastic toes in the 9-year-old sister
(III.2) (Fig. 4) virtually identical to those seen in the
proband. The father (II.2) had a palpable 3 cm de-
pression at the vertex of the skull but no evidence of a
scalp defect. He had no limb abnormalities, but the
right ear had a simple pinna. Photographs and x-ray
films of the skull were refused. Examinations of the
mother (II.1) and the 2 remaining sibs (III.1 and III.4)
were completely within normal limits. The parents re-
ported that their third-born child, a stillborn female
(III.3), had neither a scalp defect nor hypoplastic toes.
Further family history revealed that the paternal grand-
mother (I.1), who had died several years previously, had
hypoplastic toes. No other family members were known
to have these or any other unusual physical features.

Discussion
This family represents the fifth report of congeni-

tal scalp defects in association with distal limb
anomalies and provides additional evidence for the
autosomal dominant inheritance of this malforma-
tion complex. The expression of the trait is ex-

tremely variable in this family and it is apparent
that each defect may occur alone, or in combination,
in a particular individual. Previous case reports
have described underlying bony defects in associ-
ation with the scalp defect (Adams and Oliver,
1945; Farmer and Maxmen, 1960; Scribanu and
Temtamy, 1975). Such a bony abnormality was
not present in our proband; however, examination
of the father was suggestive of a defect in the
cranium. This could unfortunately not be con-
firmed radiologically. An additional feature of this
malformation complex may be cutis marmorata
which has been reported previously (Kahn and
Olmedo, 1950; Scribanu and Temtamy, 1975) and

was present in our patient. Two of our family
members also had a minor ear anomaly, which may
or may not be related to the other defects.
Although most reported cases of this syndrome

had minor limb malformations, limited to hypo-
plasia of the toes, the earliest report describes
affected individuals with severe limb malformations,
including amputations of the lower extremities be-
low the knees and major malformations of the hands
(Adams and Oliver, 1945). Other individuals in
the same family had minor anomalies similar to those
reported in our patients. This may be of signifi-
cance in the genetic counselling of families affected
with this disorder.

We thank Dr Emmanuel Shapira for allowing us to
study his patient.
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