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  Aplasia cutis congenita (ACC) is a rare congenital defect in which localized or widespread 
areas of the skin are absent at birth. In the majority of cases, it is limited to the scalp especially 
on the vertex although other areas of the body may also be involved. Other congenital 
malformations can be associated with ACC. We present herein the case of a new born male 
with unilateral absence of skin on the extensor surface of the right lower leg. There was no 
associated malformation or skin disease such as blistering or nail abnormailty. According to the 
classification outlined by Frieden, the condition was diagnosed as type VII aplasia cutis congenita. 
The treatment of this large ulcer was conservative, wet dressing and prophylactic topical antibiotics. 
On follow up after 2 years showed that the patient was nearly cured of the ulcer and had only 
minimal scar formation. 
(Ann Dermatol (Seoul) 20(2) 70∼73, 2008)
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INTRODUCTION

Aplasia cutis congenital (ACC) is defined as a 
localized or widespread absence of skin at birth. As 
it was first described by Cordon

1
 in 1967, the lesions 

usually appear as circular oval, sharply outlined 
ulcer, which result in scarring after they are healed. 
Almost 80% of aplasia cutis appears in the scalp 
regions, and only about 10∼15% of ACC involve 
other areas of the body. In some cases, the lesions 
can be a sign of embryonic malformation, chromoso-
mal abnormality, or ectodermal dysplasia. Moreover, 
association with epidermolysis bullosa, intrauterine 
infection, or specific teratogens has been described. 
Defects of the skin limited to the lower limbs are 
very rare. The defects are usually presented as ul-
cerations, membranous lesions, or areas of atrophic 
scarring.

We report an unusual case of ACC with full 
thickness skin defect located only on the right lower 
leg.

CASE REPORT

A newborn male presented with a large ulcer on 
the right leg which had been present since birth. 
There was no significant antenatal or family history. 
The mother had no specific disease or drug history 
prior to or during the pregnancy. He was born 
through normal vaginal delivery at 39 weeks' 
gestation with a weight of 3.4 kg. On physical 
examination, a large ulcer was found, with a length 
of about 20 cm on the right leg from the knee area 
to the medial dorsal foot (Fig. 1). The toenails, 
teeth and mucosa of the mouth were not affected, 
and there was no blistering anywhere on the body. 
The routine laboratory results were within normal 
limits and the serologic analysis for TORCH yield 
negative results. A punch biopsy taken from the 
ulceration on the thigh 5 days after birth showed 
the absence of epidermis and inflammatory infiltrate 
as well as proliferation of blood vessels in the dermis 
(Fig. 2). There was no evidence of a hemangioma 
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Fig. 3. Clinical features 15 days after birth. New hyper-
proliferative granulation tissue has appeared and blood 
clots were observed.

Fig. 1. Large ulcer about 20 cm length along the right 
leg without nail dystrophy. On the day of birth. Arrow 
indicates biopsy site. 

Fig. 2. A skin biopsy specimen taken from the lesion (A) showed absence of epidermis and inflammatory infiltrate 
and proliferation of blood vessels in the dermis, when compared with proximal normal skin (B) (H&E, ×100).

or variant malformation and the histologic pattern 
resembled nonspecific granulation tissue. Further-
more, the results of the direct immunofluorescence 
test using IgG, IgA, C3 antibody were normal. 
Initially the ulceration appeared shiny, red and was 
translucent with good visible blood vessels. 15 days 
later, hyperproliferative granulation tissue developed 
and blood clots were observed (Fig. 3). To avoid 

infection we applied mupirocin ointment and wet 
petroleum gauze dressings. A follow up of the 
patient 2 years later revealed only minimal atrophic 
scar formation. The function of the right leg was 
nearly normal and there was no limb reduction. The 
infant's mental and physical development has been 
normal. 
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DISCUSSION

The patient was diagnosed with ACC, according 
to the clinical, histologic features and course of the 
disease. About 80% of ACC cases involve the scalp. 
Less often, the affected areas include the forearms, 
knees, trunk, legs and face. The condition encom-
passes a heterogeneous group of disorders with or 
without associated abnormal physical findings, mal-
formation patterns, genetic disease, or a combina-
tion of these. Frieden2 and Sybert3 have proposed 
the classification of ACC on the basis of its 
associated abnormalities and inheritance patterns. 

The etiopathogenesis of ACC remains unclear. 
Several theories have been suggested in an attempt 
to explain the cause4. The vascular theory suggests 
that there is vascular insufficiency to the skin, 
perhaps from placental compromise or a thrombo-
plastic material5,6. Another accepted theory is that 
the early rupture of the amniotic membrane was the 
origin of the process. Such a rupture would permit 
fluid leakage, leading to the introduction of the 
fetus into the chorionic cavity7. The Chorion will 
reabsorb this fluid, stimulating the proliferation of 
mesenchymal bands that envelop and compress the 
fetal structures, giving rise to malformation of 
variable severity depending on the degree of em-
bryologic development8.

Histopathological findings are nonspecific9. The 
epidermis is either missing or consists of a few 
epidermal cell layers. The underlying dermis is thin 
and is composed of loosely arranged collagen 
bundles in which there is some disarray of collagen 
fibers. The dermis may resemble a scar. Appendages 
are absent or rudimentary and the subcutis is 
usually thin. 

We should consider an association with epider-
molysis bullosa type VI. One case of a pretibial 
aplasia cutis has been described in the literature, 
but this patient developed bullae and violaceous 
lichenoid papules and plaques10. The patient in this 
case, however, had no signs of epidermolysis bullosa, 
and there was no blistering or fragility of the skin. 
Even the follow up after 2 years did not show any 
clinical sign of underlying epidermolysis bullosa. 

Aside from other differential type of ACC, we 
made a distinction with drug-induced ACC, Adams- 
Oliver syndrome, Bart syndrome, and traumatic ori-
gin ulceration. As there were no signs of syndactyly 
or transverse nail dystrophy and no defects in the 

central nervous system, Adams-Oliver syndrome, an 
ACC with transverse limb defects

11
, can be excluded. 

Bart syndrome which was first described by Bart in 
1996, has to be considered; it represents the 
combination of congenital epidermolysis bullosa, 
congenital localized absence of skin affecting the 
extremities, and shedding or dystrophy of the 
nails

12
. It sometimes also involves the oral mucous 

membrane
13

. Our patient did not have any nail 
abnormality or mucus membranes involvement.

When ACC occurs as a small, focal scalp ulcer, 
it heals spontaneously. In the case of the large 
lesion with or without underlying tissue and asso-
ciated with exposed dura or sagittal sinus, prompt 
intervention should be considered. While some 
evidence exists to support conservative dressing and 
the avoidance of active surgical intervention, 
several cases of dramatic and often fatal sagittal 
sinus hemorrhage associated with a large full 
thickness scalp and skin defects over the sagittal 
sinus have been reported. Therefore, consultation 
with the surgical department, such as neurosurgery, 
is of critical importance in the treatment of these 
patients. After our patient was given conservative 
treatment with prophylactic topical antibiotics and 
wet dressing, the ulcer was healed with atrophic 
scar formation. 

In conclusion, localization in the pretibial area of 
the right limb and the absence of associated 
malformation suggests that our case should be 
classified as type VII of the classification according 
to Frieden. Almost all previously reported cases

14-19
 

had scalp ACC. However our case is limited to 
unilateral lower extremities. This is the first case of 
ACC on the leg without association with epider-
molysis bullosa in Korea. The follow-up after nearly 
2 years showed a very favorable outcome, with little 
scar formation and no functional impairment of the 
leg. 
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