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An Often Isolated Clinical Finding
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RESUMO

A aplasia cutis congenita (ACC) é uma condicdo congénita rara caracterizada pela auséncia de pele, com ou sem atingi-
mento de estruturas subjacentes. E maioritariamente um defeito benigno isolado, mas pode estar associado a outras
malformacoes congénitas. O tratamento pode ser conservador ou cirudrgico.

Descreve-se o caso de um recém-nascido do sexo masculino, de termo, que ao nascimento apresentava duas lesdes
ulceradas adjacentes com limites definidos, na regido occipital (20 e 4-5 mm de didmetro). No exame objetivo foram
identificadas outras alteracoes que podiam ser associadas a ACC pelo que foi encaminhado para diversas consultas,
tendo sido excluido o envolvimento multissistémico. Na reavaliacdo dermatoldgica no primeiro més de vida apresen-
tava cicatrizacao completa das lesdes sob tratamento conservador.

Apds a identificacdo da ACC, devem ser excluidas outras malformacdes congénitas associadas, particularmente se
grandes defeitos cutaneos ou envolvimento 6sseo (associados a um maior risco de complicacdes e mortalidade).
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ABSTRACT

Aplasia cutis congenita (ACC) is a rare congenital condition characterised by the absence of skin, with or without the
absence of underlying structures. Canappear as anisolated lesion or associated with other congenital malformations.
The approach can be conservative or surgical.

We report a case of a full-term male newborn with two adjacent ulcerated lesions with well-demarcated limits in the
upper occipital region (20 and 4-5 mm diameter). Other alterations that could be associated with aplasia cutis were
identified at examination, so the patient was referred to several consultations, and other system involvement was
excluded. Re-evaluation at the first month of life revealed complete healing and conservative treatment was kept.

After identification of ACC should be excluded other associated congenital malformations. Particularly if large skin
defects or bone involvement is detected (higher risk of complications and mortality).
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INTRODUCTION

Aplasia cutis congenita (ACC) is a rare congenital
condition characterised by the absence of skin, with
or without the absence of underlying structures at the
time of birth.* It mostly affects the scalp (80% - 90%)*
and usually the vertex along embryonic fusion lines,
although it can also affect any other body region, such
as the face, the torso, and the limbs.23

ACC has an estimated incidence of 1 to 3 cases per 10
000 births (although real incidence is hard to ascertain,
as it appears to be under-reported since mild cases
may go undetected) and is more common in females.’2#
The cause is unknown and seems to be multifactorial,
with several theories suggesting various risk factors
such as: chromosomal abnormalities, trauma, amniotic
irregularities, intrauterine complications (vascular
events or infection), thrombosis or vascular lesions,
and teratogens (misoprostol, benzodiazepines, valproic
acid, cocaine, methotrexate, angiotensin-converting
enzyme inhibitors, methimazole - the strongest risk
factor reported in the literature).™® The most widely
accepted physiopathological hypothesis states thereis a
maximum tensile force during rapid brain growth at the
ACC region at 10-15 weeks of gestation, which results
in a disruption of the overlying skin.?

Frieden Classification, which was proposed in 1986 and
continues to be acknowledged by the scientificand med-
ical community, divides ACC into nine groups according
to the location and pattern of the skin defect, associated
abnormalities, and mode of inheritance (Table 1). This
classification highlights the importance of obtaining
complete and detailed clinical history of patients with
ACC and their families. This enables the clarification of
its aetiology and the exclusion of other congenital mal-
formations involving the cardiovascular, gastrointesti-
nal, genitourinary, and central nervous systems.”

TABLE 1. Frieden Classification of ACC groups.

CASE REPORT

We report a case of a full-term male newborn, from a
supervised pregnancy whose mother was treated for
hypothyroidism with levothyroxine, without any other
complications. No abnormal family history was reported.
Prenatal ultrasounds were normal. The infant was born
by spontaneous vaginal delivery, at 39 weeks, showing a
tight nuchal cord, with no need for resuscitation. Upon
examination at the delivery room, aplasia cutis of up to
2 cm of diameter was identified in the occipital region.
In the nursery, after a more detailed examination, two
adjacent ulcerated lesions with well-demarcated limits
were identified in the upper occipital region (20 and
4-5 mm diameter (Fig. 1), with no apparent contiguity
on deeper structures). The newborn also presented
a 20 mm melanocytic nevus at the dorsal region, toxic
erythema, hip click, and a doubtful red reflex eye test.
Dermatology observation was requested and a daily
Mepilex® absorbent foam dressing was recommended. A
transfontanellar ultrasound, that showed no alterations,
was suggested to exclude contiguity with central
nervous system. Observation by Ophthalmology was
normal. The remaining hospitalisation was uneventful
and the patient was discharged in the third day of life
with partial re-epithelialization of the lesion (Fig. 2), with
referrals to Dermatology, Orthopaedics, Genetics, and
Neurosurgery Consultations.

The patient was observed in a Dermatology Consulta-
tion after two weeks. The lesion on the scalp was
completely epithelialized, revealing two depressed
erythematous plaques with telangiectatic vessels. The
family was advised to apply emollient if desquamation
occurred. A hairy nevus with 20 mm diameter was
described on the right dorsal region. Re-evaluation
at the first and sixth months of life revealed complete
healing and a new consultation was scheduled for the

Groups | Characteristics | Transmission

1 ACC located on the scalp without multiple anomalies Autossomal dominant (AD) or sporadic

2 ACC located on the scalp with associated limb abnormalities AD

3 ACC located on the scalp with associated epidermal and organoid nevi Sporadic

4 ACC overlying embryologic malformations Variable

5 ACC with associated foetus papyraceus or placental infarcts Sporadic

6 ACC associated with epidermolysis bullosa (EB): blistering, usually localised, without | Depends on the type of EB: AD or
multiple congenital anomalies autossomal recessive (AR)

7 ACC localised to extremities without blistering AD or AR

8 ACC caused by specific teratogens Non inherited

9 ACC associated with malformation syndromes Variable

ACC: Aplasia cutis congenita; AD: autossomal dominant; AR: autossomal recessive; EB: epidermolysis bullosa
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FIGURE 1. Two adjacent ulcerated lesions with well-demarcated
limits in the upper occipital region with no apparent contiguity on
deeper structures.

time when the infant was 18 months old. The patient
was seen at the Neurosurgery Consultation, having a
cranioencephalic magnetic resonance imaging (MRI-
CE) with no alterations. The infant was thus discharged
from the consultation and referred to Plastic Surgery
Consultation. Hip dysplasia was excluded in the
Orthopaedic Consultation. In the Genetic Consultation,
minor dysmorphisms were identified: high hair
insertion, epicanthus, hypertelorism, rarefaction of the
medial third of the eyebrows, depressed nasal bridge,
and micrognathia (similarly to the patient’s sister). A
normal CGH-array was obtained, and a re-evaluation
was scheduled for when the patient turns 18 months
of age. In the Plastic Surgery Consultation, excision was
scheduled for that same age.

DISCUSSION

In the majority of cases (70%), ACC manifests itself
as a solitary defect of the scalp,® but it occasionally
presents as multiple lesions, such as in our case. The
lesions are non-inflammatory; well-delimited; may
be circular, oval, linear or stellate; membranous or
non-membranous; and usually range from 0.5 to 10
cm diameter, but may be larger.’® Bone involvement
should be excluded, particularly if the skin defect
is more than 10 cm diameter. Also the presence of
associated malformations and complications (sagittal
sinus haemorrhage or thrombosis, local infection or
meningitis), which are an important but rare cause of
prognosis worsening and death, should be considered.®
There is no consensus on the approach to treat ACC.
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FIGURE 2. On the third day of life there was a re-epithelialization
of the lesion with conservative treatment only.

Since thereis great variability in the clinical presentation
and severity of ACC, treatment should be individualised
according to the size, extent of the defect, presence
of associated anomalies, risk of complications, and
clinical experience. Treatment options vary from no
intervention, conservative treatment or surgery to a
combination of surgical and non-surgical approaches.®’
The conservative treatment consists of regular
wound cleansing and application of dressings, topical
antibacterial agents, continuous saline drips, along with
the use of systemic antibiotics if necessary. The surgical
approach includes various procedures, such as primary
wound closure, skin grafting, reconstruction of scalp with
flaps, and cranial vault reconstruction using bone grafts.*®

Most small scalp lesions (even if there is underlying
bone defect) do not need specific treatment and close
spontaneously after weeks or months. Larger defects
that may involve underlying dura, with exposure of
sagittal sinus, large veins, or brain, may require surgery,
either immediately or after conservative treatment,
due to the risk of complications.®¢ Although there is
agreement that the conservative treatment is the most
suitable for smaller lesions, good results have also
been achieved when applying this approach to larger
lesions. The conservative treatment techniques have
increasingly been developed and can currently make use
of autologous cultured fibroblasts and keratinocytes
or the application of fibroblast growth factors (which
accelerate wound healing). This could represent a major
change on the approach to ACC, as it reduces the need
for immediate surgical interventions.®



In our case, other alterations that could be associated
with aplasia cutis were identified at examination and
the patient was referred to several consultations. After
multidisciplinary assessment, bone and other system
involvement were excluded and conservative treatment
was kept, with excision scheduled at 18 months old.

In conclusion, after identification of ACC, a complete
examination should be performed to exclude other
associated  congenital malformations.  Particular
attention should be paid if large skin defects or bone
involvement is detected, since these are associated with
a higher risk of complications and mortality.

DECLARACAO DE
CONTRIBUICAO/
CONTRIBUTORSHIP STATEMENT

CM, RG and JX: Conception the article, data collection,
writing and final approval the article

MB, RC and RC: Conception the article, review and final
approval the article

CM, RG e JX: Concecdo do artigo, recolha de dados,
redacdo e aprovacao final do artigo

MB, RC e RC: Concecao do artigo, revisdo e aprovacao
final do artigo

RESPONSABILIDADES ETICAS

CONFLITOS DE INTERESSE: Os autores declaram a ine-
xisténcia de conflitos de interesse na realizacdo do pre-
sente trabalho.

FONTES DE FINANCIAMENTO: Nao existiram fontes ex-
ternas de financiamento para a realizacdo deste artigo.

CONFIDENCIALIDADE DOS DADOS: Os autores decla-
ram ter seguido os protocolos da sua instituicdo acerca
da publicacdo dos dados de doentes.

CONSENTIMENTO: Consentimento do doente para pu-
blicacdo obtido.

PROVENIENCIA E REVISAO POR PARES: Nao comissio-
nado; revisao externa por pares.

ETHICAL DISCLOSURES

CONFLICTS OF INTEREST: The authors have no conflicts
of interest to declare.

FINANCING SUPPORT: This work has not received any
contribution, grant or scholarship.

CONFIDENTIALITY OF DATA: The authors declare that
they have followed the protocols of their work center on
the publication of data from patients.

PATIENT CONSENT: Consent for publication was ob-
tained.

PROVENANCE AND PEER REVIEW: Not commissioned;
externally peer reviewed.

REFERENCES

1. Bharti G, Groves L, David LR, Sanger C, Argenta LC. Aplasia
cutis congenita: clinical management of a rare congenital
anomaly. J Craniofac Surg. 2011;22:159-65. doi: 10.1097/
SCS.0b013e3181f73937.

2. Harvey G, Solanki NS, Anderson PJ, Carney B, Snell BJ. Mana-
gement of aplasia cutis congenita of the scalp. J Craniofac Surg.
2012;23:1662-4. doi: 10.1097/SCS.0b013e31826542d.

3. Blionas A, Giakoumettis D, Antoniades E, Drosos E, Mitsios A,
Plakas S, et al. Aplasia cutis congenita: Two case reports and
discussion of the literature. Surg Neurol Int. 2017;8:273. doi:
10.4103/sni.sni_188_17.

4. Martinez-Regueira S, Vazquez-Lopez ME, Somoza-Rubio
C, Morales-Redondo R, Gonzalez-Gay MA. Aplasia cutis
congenita in a defined population from northwest Spain.
Pediatr Dermatol. 2006;23:528-32. doi: 10.1111/j.1525-
1470.2006.00303 x.

5. Frieden 1J. Aplasia cutis congenita: a clinical review and
proposal for classification. J Am Acad Dermatol. 1986;14:646-
60. doi: 10.1016/50190-9622(86)70082-0.

6. Brzezinski P, Pinteala T, Chiriac AE, Foia L, Chiriac A. Aplasia
cutis congenita of the scalp-what are the steps to be followed?
Case report and review of the literature. An Bras Dermatol.
2015;90:100-3. doi: 10.1590/abd1806-4841.20153078.

7. Duan X, Yang GE, Yu D, Yu C, Wang B, Guo VY. Aplasia cutis
congenita: A case report and literature review. Exp Ther Med.

2015;10:1893-5.doi: 10.3892/etm.2015.2737.

GAZETAMEDICA N°2 VOL. 10 - ABRIL/JUNHO 2023 - 145



