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Multiple aplasia cutis congenita lesions located along Blaschko's
lines in a patient with tetralogy of Fallot-A
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Background: Aplasia cutis congenita (ACC) is a congenital absence of skin, and
a single alopecic lesion on the scalp is the most common form.

Main observation: We present a case of ACC with tetralogy of Fallot-A. Differetial
diagnosis included Adams-Oliver syndrome and nevus psiloliparus. Interestingly,

our patient showed multiple ACC lesions, which were located along Blaschko’s

E-mail: smartdai@cc.hirosaki-u.ac.jp lines.

Conclusions: As far as we know, our case is the third case of ACC with tetralogy
of Fallot-A. Also, this is the first case of ACC associated with Blaschko’s lines.
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Introduction

Aplasia cutis congenita (ACC) is characterized by the ab-
sence of a portion of skin at birth, and the most common
site is the scalp. Ulcerated lesions may show complete ab-
sence of all layers of the skin and then healed lesions often
demonstrate flattened atrophic scar-like appearance. Since
ACC usually presents as a single lesion, the occurrence of
more than 3 lesions is infrequent. Here, we report a case
of ACC with multiple lesions located along Blaschko’s lines
in a TOF patient.

Case Report

A 17-year-old boy was referred to our department for evalu-
ation of multiple alopecic lesions from birth. He was a single
birth and full-term vaginal delivery without forceps or vacu-
um extraction techniques. The patient was not a born of pa-
rents with consanguineous marriage. He was diagnosed with
TOF, and corrective surgery was performed at 3 months of
age. No contributory findings were revealed in his family hi-
story. On physical examination, there were 3 atrophic scar-like

alopecic macules linearly arranged on the right temporal
area, which were 5, 9, and 15 mm in size (Fig. 1). Intere-
stingly, the pattern of distribution was compatible with Bla-
schko’s lines.?

Ultrasound examination revealed that defect was involved
epidermis and dermis but fat tissue and deeper tissue inc-
luding the cranial bone was normal. There were no other
abnormalities such as limb defect or neurological abnorma-
lity. From the presenting condition and clinical findings, he
was diagnosed as ACC, and the 2 larger alopecic lesions we-
re surgically excised for cosmetic reasons. Histological exa-
mination revealed atrophic scar formation, namely, thin epi-
dermis with a reduced number of rete ridges, proliferation
of collagen fibers in the dermis, and absence of hair follic-
les and sweat glands (Fig. 1).

Discussion

ACC is a heterogeneous group of disorders and is consi-
dered as the phenotypic result of several disease processes
with multiple mechanisms.3 ACC is complicated by various
extracutaneous manifestations, and our case was associated
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with TOF. Although several reports describe ACC cases with
congenital cardiac anomalies, only 2 cases were associated
with TOF.# As far as we know, our case is the third case of
ACC with TOF.

Figure 1

Clinical and histological features. a: There are 3 atrophic
scar-like alopecic macules linearly arranged on the right tem-
poral area (arrows). b: Distribution of skin lesions in the pre-
sent case transposed onto Blaschko’s lines as proposed by
Happle et al (2). c: Histological section showing atrophic scar
formation, namely, thin epidermis with a reduced number of
rete ridges, proliferation of collagen fibers in the dermis, and
absence of hair follicles orphaned arrector pili muscles and
sweat glands. Original magnification, 10x.

Adams-Oliver syndrome (AOS) is characterized by ACC,
transverse limb defects, and congenital vascular and heart
malformations. Mutations in the dedicator of cytokinesis 6
gene and the terminal exon of the Rho GTPase-activating
protein 31 gene were found in some ACC cases.>® The in-
cidence of cardiac anomalies in AOS is about 20%. Howe-
ver, a recent report that described ACC with congenital car-
diovascular disease but without limb defects, similar to this
case, indicated the possible presence of an incomplete form
of AOS which is group 2 of ACC classification by Frieden.”®
Mutational analysis of the causative genes may therefore
provide a definite diagnosis, although our patient declined
DNA analysis.

Furthermore, differential diagnosis included nevus psilo-
liparus.>1° Although we had no chance to perform MRI exa-
minaion, we could not found neurological, skeletal or ocu-
lar abnormalities in the form of encephalocraniocutaneous
lipomatosis. Also physical examinations could not show yel-
lowish papules on the forehead or eyelids, and histological
examination failed to detect presence of orphaned arrector
pili muscles. Therefore, we ruled out nevus psiloliparus. Ho-
wever, we should note that some cases of nevus psilolipa-
rus are associated with ACC."°

Interestingly, our patient showed multiple ACC lesions,
which were located along Blaschko'’s lines. Of all ACC ca-
ses, 70% are single lesions, 20% are double, and 8% are tri-
ple. The lines of Blaschko represent a classic pattern of cu-
taneous mosaicism and can be observed in a wide variety
of skin disorders.® However, there is no report of multiple
ACC lesions following Blaschko’s lines. Differential diagno-
sis of ACC includes focal dermal hypoplasia and dystrophic
epidermolysis bullosa characterized also by skin defects.
The lesions of those diseases are reported to be distributed
along Blaschko's lines. Similar mechanisms related with cu-
taneous mosaicisms may be involved in congenital skin de-
fective diseases including ACC.
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