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Abstract

Aplasia cutis congenita (ACC) is a rare congenital defect described by the absence of skin and occasionally subcutaneous tissues or
bone. The management of ACC varies depending on the lesion size, location and associated abnormalities. Small lesions often heal
spontaneously, whereas larger lesions are significant and usually associated with additional anomalies in other organs. This paper
reports three cases, which describe large lesions of ACC, presented with other abnormalities (Adams–Oliver syndrome, intestinal
obstruction and heart defect). Particular attention should be paid to the patient with large lesions of ACC to investigate more congenital
anomalies.

INTRODUCTION
Aplasia cutis congenita (ACC) is a rare cutaneous mal-
formation characterized by a congenital absence of skin
and in some cases subcutaneous tissues or bone. Lesions
are usually found on the vertex of the scalp [1] and some-
times in the limbs, abdomen or trunk [2]. The appearance
of the lesion widely varies from an atrophic, membra-
nous alopecia scar to ulceration [3].

In this case series, we present three cases of ACC
associated with limb anomalies, intestinal obstruction
and a complex heart defect. Physicians must investigate
internal organs involvement once they diagnose large
lesions of ACC.

CASE REPORTS
CASE 1: A female newborn was born by vaginal delivery
at 40 weeks after a normal pregnancy. Physical examina-
tion revealed an irregularly shaped hemorrhagic defect
measured (7 × 5) cm on the vertex of the scalp over
the parietal occipital region (Fig. 1). She also had many
terminal limbs anomalies that include absence of toes,
hypoplastic toes nails and one additional dead finger
in the right hand (Fig. 2). There was scar tissue on her
abdomen (Fig. 3). She was the fifth child of the non-
consanguineous marriage, and her brothers did not suf-
fer from any similar anomalies. Her 34-year-old mother
did not take any medication during gestation. There

Figure 1. (A&B) ACC appears as a hemorrhagic large defect extending
over the occipital and parietal regions.

were no abnormalities in the family relatives. Computed
tomography scan of the head showed an absence of the
skin and bone of the scalp (Fig. 4). She died before doing
more investigations. The combination of the scalp defect
with terminal limbs anomalies suggests a diagnosis of
Adams–Oliver syndrome (AOS).

CASE 2: A female newborn was born at 40 weeks
by a caesarian section after an uncomplicated preg-
nancy. Clinical examination showed an extensive hem-
orrhagic defect on the vertex of her scalp measuring
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Figure 2. (A, B&C) Terminal limb anomalies; absence of toes, hypoplastic
toes nails and additional dead finger in the hand.

Figure 3. Scar tissue on the abdomen.

(8 × 6) cm (Fig. 5). She was admitted to the neonatal
intensive care unit. While monitoring her, she suffered
from a delay in the passing of meconium. A contrast bar-
ium enema showed an intestinal obstruction (Fig. 6), and
urgent nasogastric intubation had been done (Fig. 7). She
died, so we could not do other investigations. The family
history detected that she was the first child of the non-
consanguineous marriage, and her mother did not take
any medication during her pregnancy. There was no his-
tory of congenital anomalies in her brothers or relatives.

CASE 3: A female newborn was born at 39 weeks
by a caesarian section with a fibrotic alopecic scar
measuring (4 × 3) cm on the vertex of her scalp (Fig. 8).
Chest auscultation showed a high pansystolic murmur

Figure 4. The CT scan shows an absence of the skin and bone of the
scalp.

Figure 5. (A&B) ACC appears as an extensive hemorrhagic lesion on the
vertex of the scalp.

Figure 6. A nasogastric intubation was performed to treat the intestinal
obstruction.

at the left lower sternum edge with a fixed split in the
second heart sound. She was the third child of the non-
consanguineous marriage. The pregnancy progressed
without any complications. An Echocardiography was
demanded, which revealed (Fig. 9):

(1) A Patent foramen ovale (PFO) with a left-to-right
shunt.
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Figure 7. (A&B) A contrast barium enema presents intestinal obstruction.

Figure 8. ACC appears as a fibrotic alopecic scar on the vertex of the
scalp.

(2) A Ventricular septal defect (VSD) measures 7 mm.
(3) A Low-grade Tricuspid valve insufficiency.
(4) A severe pulmonary valve stenosis and intermediate

pulmonary hypertension.

Her mother did not take any medication during her
gestation. The family history of congenital anomalies
was negative.

DISCUSSION
The specific etiology of Aplasia cutis congenita is
not clear yet. Chromosomal abnormalities, especially
BMS1, trauma, intrauterine infection and teratogens in
pregnancy are possible causes [1, 2, 4]. ACC has been

Figure 9. An echocardiogram shows multiple malformations that
include PFO, VSD, Tricuspid valve insufficiency and severe pulmonary
valve stenosis.

classified into nine types; some are associated with
other abnormalities or genetic syndromes, such as AOS
[4]. The management of ACC varies depending on the
lesion size and location. For small uncomplicated lesions,
conservative management includes wound cleaning
and using antibiotics. However, larger lesions may need
urgent surgery because of the high risk of infection and
bleeding.

In addition, large lesions ≥4 cm can also be associated
with underlying defects [4].

In our paper, the focus of attention is on three sporadic
cases of ACC with large lesions (7 × 5) cm, (8 × 6) cm and
(4 × 3) cm, which are accompanied by additional internal
abnormalities.

The first case is about a female newborn diagnosed
with AOS. AOS is a rare multiple organ disorder with an
incidence rate estimated at 1 of 225 000 live births [5]. The
typical clinical manifestation of AOS is ACC associated
with limb defect. Other extra anomalies include cutis
marmorata, telangiectasia congenita and additional mal-
formations in the internal organs [3, 6]. Many genetic
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mutations predispose to AOS, such as mutations in EOGT,
DOCK6 DLL4, ARHGAP31, RBPJ and NOTCH1 [3]. Limb
defects are commonly bilateral and asymmetrical, with
lower extremities affected more than upper extremities.
A Brachydactyly is the most common limb defect [6].
The scar tissue on her abdomen probably represents
an ACC lesion, which formed and scarred intrauterine
[3].

The second case is about a female newborn diag-
nosed with ACC associated with intestinal obstruction.
Physicians highly suspected intestinal obstruction in a
neonate who failed to pass the meconium within the
first 24 h. It has many probable causes such as atre-
sia, stenosis, malrotation and others [7]. The association
between intestinal obstruction and ACC may be caused
by a mutation in ITGP4 [8].

The third case is about a female diagnosed with
ACC associated with many congenital heart defects.
The appearance of her aplasia cutis lesion was as an
alopecic scar, and this is due to its formation early in
the gestation so it can heal before the delivery [3]. The
incidence rate of congenital heart disease in neonates
with heart murmurs ranges from 22 to 86% [9], so
echo in neonates with murmurs is very useful for the
early diagnosis and treatment. In most cases, congenital
heart diseases are isolated, but they may be associated
with extracardiac anomalies [9]. The combination of
ACC with CHDs may suggest the diagnosis of AOS
even though the absence of skeletal malformations
[10].

It is evident from this case series that ACC of 4 cm or
greater is significantly associated with other underlying
congenital defects. Thus, for large lesions of ACC, it is
strongly suggested to investigate for other congenital
malformations.
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