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Abstract 
Aplasia cutis congenita (ACC) is a rare malformation character-
ized by localized congenital absence of the skin. This condition 
was first described by Cordon in 1767. We present a 2 month 
old female who presented to Dermatology OPD of Santosh 
deemed to be University with a scalp defect and diagnosed as 
Aplasia Cutis Congenita of scalp and no other accompanying 
anomaly. This case is presented to highlight the importance of 
recognising the condition.
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Introduction
ACC is a rare congenital abnormality involving 

variable layers of the skin, mostly seen as solitary le-
sion involving the midline over the skull vertex and, 
less commonly underlying periosteum and bone. 
It has also been reported in other sites such as the 
chest, abdomen and limbs. Genetics, environmental 
and exogenous causes have been implicated. ACC 
can occur in isolation or as part of a heterogeneous 
group of syndromes (Verhelle et al., 2004; Frieden IJ 
1986). 

[Table 1] The incidence of aplasia cutis is 3/100,000 
newborns; the ratio female/male newborns is around 
7:5 (Srinivasan SM 2012). Only 500 cases have been 
reported globally as per last Records (Mukhtar-Yola. 
Et al., 2020) 

Table 1 
Friedens Classification of ACC 

Group Associations
1 Scalp ACC without multiple abnormalities
2 Scalp ACC with limb abnormalities,Hypoplastic or 

absent distal phalnges,syndactyly, club foot, others
3 Scalp ACC with epidermal or sebaceous nevi
4 ACC with fetus papyraceus or placental infarction
5 ssociated with epidermolysis bullosa[extremities 

and torso]
6 C limited to extremities without epidermolysis 

bullosa
7 ACC due to teratogens such as methimazole 

(scalp),
varicella and herpes simplex infections (any area)

8 ACC associated with syndromes of malformation
such as Goltz Syndrome, trisomy 13, ectodermal 
dysplasia 

Case Report 
A two month old female infant presented to our 

OPD with presenting complaint of defect in scalp since 
birth. She was delivered at 37 weeks gestation to a 26 
year old mother by lower segment caesarean section at 
a local nursing home. Marriage was consanguineous 
as parents are second cousins. Birth weight was in the 
normal range (2.5 kg). She is birth order one. Mother 
was treated for urinary tract infection and was given 
nitrofurantoin, dydrogesterone and ondansetron for 
hyperemesis during pregnancy. The medications for 
UTI were administered in second trimester. There is 
no family history of similar problem in the first de-
gree relatives of the patient. On examination a defect 
in skin of scalp was seen measuring 2 cm across and 
1.5 cm wide on left parietal area. Duramater was vis-
ible through this cutaneous defect (Figure 1). There 
was a linear area of hyperpigmentation extending 
from this defect towards posterior fontanelle, this area 
had a membranous skin covering and duramater was 
not visible (Figure 2). There was no other birth defect 
or any other associated malformation. Patient’s mile-
stones were normal till the date of clinical examina-
tion. Neurological examination was normal. In view 
of normal clinical examination findings, the patients’ 
mother was counselled for the benign nature of the 
condition and also advised for regular follow ups to 
monitor the progress /spontaneous closure of the de-
fect as also to screen for any secondary infection or 
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any other complication. The couple was advised for 
genetic counselling.

Figure 1: Duramater was visible through this cutaneous defect

Fig 2: Linear area of hyperpigmentation (membranous) ccoc-
covereextendincppposterior

Discussion
ACC is under reported, as milder cases go unde-

tected. 70% % of ACC cases present as isolated scalp 
lesions which was recorded in our patient. There is 
slight female preponderance. Most cases are sporad-
ic and our case also appears to be of sporadic inheri-
tance. Case is reported because it is rare disease listed 
in National Organization for rare disorders. Only five 
hundred cases have been reported in the medical lit-
erature.

According to National Organisation of rare diseases 
Aplasia Cutis Congenita is a rare disorder with a com-
plicated pattern of inheritance. Babies are born with 
the absence of epidermis, dermis and subcutaneous 
tissue, most often on the scalp, but also on the trunk, 
and/or arms and legs. The affected area is typically 
covered with a thin, transparent membrane. The skull 

and/or underlying areas may be visible and be abnor-
mally developed. Aplasia Cutis Congenita may be the 
primary disorder or it may occur in association with 
other underlying disorders.  Aplasia Cutis Congenita 
may also occur as a physical condition characteristic 
of several other disorders, including Adams-Oliver 
Syndrome, Aplasia Cutis Congenita-Gastrointestinal, 
and Johanson-Blizzard Syndrome. Children diag-
nosed with Aplasia Cutis Congenita should receive a 
complete medical evaluation to determine whether 
this disorder is occurring on its own or as a second-
ary characteristic of another disorder. If Aplasia Cutis 
Congenita is occurring on its own, affected children 
should be monitored for symptoms and physical char-
acteristics associated with this disorder. Aplasia cutis 
may be associated with defects of the underlying skull, 
especially when the skin lesion is larger than 10cm 
(Brzezinski et al., 215). This is an important clinical 
clue when considering associated malformations or 
possible complications (sagittal sinus haemorrhage or 
thrombosis, focal infection or meningitis), important 
causes of death.

Medical treatments of Aplasia Cutis Congenita in-
clude measures to prevent the drying out of the mem-
brane by soothing, bland ointments. Antibiotics should 
be used only if signs of bacterial infection are present. 
The damaged area usually heals spontaneously.

Surgical care may include the repair of multiple 
scalp defects that usually, but not always, respond to 
procedures less traumatic than skin grafts. These may 
include such techniques as tissue expanders to fill in 
large areas or flap rotation to ease a piece of skin over 
an affected area (Bharti et al., 2007). Genetic coun-
selling may be of benefit for affected individuals and 
their families.

In our case mother was administered Nitrofuran-
toin in 2nd trimester of pregnancy. It is pregnancy cat-
egory B drug and linked to haemolytic anaemia and 
cardiac defects, there are no reports of it being linked 
to aplasia cutis. This patient has presented with scalp 
defect which is less than 10 cm in size and no other 
symptoms, no neurological symptoms and normal 
milestones. Hence the patient has been advised obser-
vation and periodic follow ups. 
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