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Abstract
Background: Adams-Oliver Syndrome is characterized by the combination of
aplasia cutis congenita and limb anomalies. It was initially described in 1945 by
Adams and Oliver.
Adams-Oliver Syndrome can also be associated with extensive lethal anomalies in
internal organs, including the central nervous, cardiopulmonary, gastrointestinal and
genitourinary systems. Generally, the more severe these interrelated anomalies are,
the poorer the prognosis becomes. The eaxct pathogenesis is not known.

Main observations: We report a case of a 10-year-old girl with Adams-Oliver Syndrome
with aplasia cutis congenita and limb defects only with no internal organ anomalies.

Conclusions: Adams-Oliver Syndrome is a rare multisystem disorder of unknown
etiology. It may be presented by isolated aplasia cutis congenita and limb anomalies.
(J Dermatol Case Rep. 2012; 6(1): 25-28)
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Introduction
Adams-Oliver syndrome (AOS) is characterized by the com-

bination of congenital scalp defects (aplasia cutis congeni-
ta) and terminal transverse limb defects of variable severi-
ty. Since its original description, many reports have highli-
ghted the variable expression of this condition.1,2,3 Multiple
systems may be involved including central nervous, cardio-
vascular, gastrointestinal and genitourinary systems. Inter-
nal anomalies may be severe and lethal.4

We present a case of AOS with isolated terminal limb de-
fects and aplasia cutis congenita.

Case Report

A 10-year-old female presented with atrophic bald pla-
que on the scalp (Fig. 1) with shortening of fingers and toes
(Fig. 2A, 3A). These anomalies were present since birth. The
patient's mother reported that at birth, there was complete
absence of scalp skin at the vertex that healed later on by
scar. The mother denied any history of maternal drug intake,
infection or radiation exposure during pregnancy and no family
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Figure 1

Atrophic scaring of the vetex, representing aplasia cutis

congenita.



and sporadic cases have been described.4,6

Our case has no family history of AOS, so it is most likely
a sporadic one. There are no differences in clinical manife-
stations between AD, AR or sporadic cases.2

The exact pathogenesis of AOS is unknown. AOS is the
(syndrome of hypotheses). In their original description of

history of AOS, mental retardation, or central nervous sys-
tem abnormalities. On scalp examination, we found a well-
demarcated (15 × 12 cm) hairless atrophic plaque at its ver-
tex. Hands and feet X-ray revealed hypoplasia of terminal
phalanges of some fingers and total loss of terminal phalan-
ges of other fingers (Fig. 2B). Feet X-ray showed similar fin-
dings (Fig. 3B). Skull X-ray, chest X-ray, echocardiography,
abdominopelvic ultrasonography, intravenous pyelography,
brain computed tomography were all normal. Trichoscopy
was not performed. Biopsy was taken after taking mother's
consent and histopathological examination of hematoxylin
and eosin-stained section revealed flattening of rete ridge,
thickening of collagen bundles in the dermis and loss of ap-
pendages (Fig. 4).

The combination of aplasia cutis congenita and skeletal
defects of the extremities suggests the diagnosis of AOS.

Discussion
Adams-Oliver syndrome is defined by the combination of

limb abnormalities and scalp defects, often accompanied by
skull ossification defects.2 It was initially described in 1945
by Adams and Oliver.5

It is mostly inherited as an autosomal dominant (AD) trait but
also a suggestive autosomal recessive (AR) mode of inheritance
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Figure 3

Bilateral shortening of terminal phalanges of toes (A). X-ray of

feet shows hypoplasia and/or complete absence of terminal

phalanges (B).

Figure 2

Shortening of terminal phalanges of fingers (A). Hand X-ray

shows hypoplasia and/or complete absence of terminal pha-

langes (B).

Figure 4

Histopathology of the atrophic bald plaque showing flattening

of rete ridges, excessive collagen deposition and loss of ap-

pendages (Hematoxylin and Eosin X 100).



as proved by histopathological examination with normal un-
derlying skull.

Various intracranial abnormalities have been described in
AOS patients. They include encephalocele, microcephaly,
hypoplasia of the left arteria cerebri, medial and right spa-
stic hemiplegia, cortical dysplasia, pachygyria, hypoplastic
corpus callosum, parenchymal calcifications, abnormal ce-
rebral vasculature, ventriculomegaly and dysplasia of the
cerebral cortex. As a consequence, secondary symptoms,
such as epilepsy and mental retardation are frequently found
in AOS patients.4

Cardiovascular malformations include obstructive defects
in left heart, valvular anomalies, pulmonary vasular malfor-
mation and pulmonary hypertension.8

Other associated defects include cutis marmorata telan-
gectasia congenita, gastrointestinal and hepatic malforma-
tions, accessory nipples, microphthalmia, hereditary hemor-
rhagic telangiectasia and cleft lip.21 Our patient doesn't exhi-
bit any of these anomalies as proved by examination and in-
vestigations.

The broad spectrum of symptoms and possible heteroge-
neity of AOS make genetic counseling difficult. It has been
suggested that the severity of symptoms should be de-
termined by fetoscopy if there is a positive family histo-
ry. Prenatal diagnosis, as well as the assessment of severi-
ty is possible even in the first trimester.22

A question arises, whether the lifespan of an AOS patient
without internal organs anomalies may be altered? Kuster
et al.19 reported a case of AOS without major organ abnor-
malities and stated that the lifespan of this category of pa-
tients is not affected. They indicated, however, that, if a new-
born presents with aplasia cutis congenita and limb defects,
dermatologists should consider AOS by conducting an eva-
luation of CNS and looking for cardiovascular, gastrointesti-
nal, and genitourinary malformations.

Conclusion
AOS is a rare multisystem disorder that can be associated

with extensive lethal anomalies. We report a case of AOS,
most likely to be sporadic. The patient presented with iso-
lated aplasia cutis congenita and terminal limb defects.
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