Case Letters

Ankyloblepharon-ectodermal
dysplasia-clefting syndrome

Sir,

A 3 week old boy born by full-term normal vaginal
delivery presented with fever and urinary retention
of 2 days duration. He was also suffering from
multiple abnormalities of the face and eyelids
since birth. The boy was reported to have multiple
erosions all over the body, more pronounced on the
scalp. The erosions healed following the application
of fusidic acid 2% cream. At presentation, he only
had erosions on the frontal and temporal scalp.
There was no family history of consanguinity
and the prenatal course was uneventful. Physical
examination revealed erosions on the scalp and
trunk with scanty hair. Eyebrows and eyelashes were
absent and the upper and lower eyelids were fused
together (ankyloblepharon) [Figure 1]. He also had a
broad nose, dystrophic nails [Figure 2], cleft lip, cleft
palate [Figure 3], and hypospadias [Figure 2].

Routineinvestigations were within normal limits, other
than elevated white blood cell counts. Blood culture
grew coagulase-negative staphylococcus indicating
a hospital acquired infection. Ultrasonography
showed dilatation of the pelvi-calyceal system and
a distended bladder, which was probably secondary
to hypospadias. Based on the clinical features, we
made the diagnosis of ankyloblepharon-ectodermal
defects-cleft lip/palate (AEC) syndrome, a type of
ectodermal dysplasia.

Ectodermal dysplasias refer to a group of diseases
in which there is a defect in the development
of the hair, teeth, nails, sweat glands or other
structures  originating from the ectoderm.
Ankyloblepharon-ectodermal defects-cleft lip/palate
syndrome (also known as Hay-Wells syndrome, after
the two physicians who described it in 1976), is a rare
autosomal dominant genetic disorder with unknown
prevalence characterized by ankyloblepharon
filiforme adnatum (partial thickness fusion of the
eyelid margins), cleft lip/palate, severe scalp erosions
and abnormalities of the epidermal appendages
including hypotrichosis, hypodontia, absent or
dystrophic nails and mild hypohidrosis.* Other
findings include supernumerary nipples and

Figure 3: Clefting of the upper lip and palate

ectopic breast tissue, malformed auricles, recurrent
otitis media, secondary conductive deafness and
palmoplantar hyperkeratosis.4

The syndrome is inherited in an autosomal dominant
manner. Approximately 30% of individuals have
an affected parent and 70% have a sporadic
mutation.!  Cases with autosomal recessive
inheritance and germline mosaicism are also
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reported.’! In our case, the mutation was most
likely sporadic as all the other family members were
healthy.

Ankyloblepharon-ectodermal defects cleft lip/palate
syndrome is most often a clinical diagnosis although
in some instances molecular genetic testing
of the causative gene, TP63 can be helpful in
establishing the diagnosis. This syndrome should be
differentiated from other ectodermal dysplasias such
as ectrodactyly-ectodermal dysplasia-cleft lip/palate
syndrome which is characterized by bony hand and
foot abnormalities and lacks ankyloblepharon, curly
hair and nail dysplasia. Rapp-Hodgkin syndrome,
with many clinical similarities was once thought
to be a distinct entity; it is now considered to be
allelic to ankyloblepharon-ectodermal defects cleft
lip/palate syndrome. Erosions on the scalp with
formation of granulation tissue and the absence
of ankyloblepharon distinguish Rapp-Hodgkin
syndrome from ankyloblepharon-ectodermal
defects cleft lip/palate syndrome. The presence of
erythroderma and extensive erosions in the postnatal
period can lead to the misdiagnosis of epidermolysis
bullosa.?! We were able to find two previous reports
of ankyloblepharon-ectodermal defects cleft lip/palate
syndrome from India.*#

Therapy should be multidisciplinary and focused on
early lysis of ankyloblepharon and surgical correction
of cleft lip/palate at the appropriate age. Management
of infections and skin care with light emollients,
appropriate dressings and gentle removal of scales
and crusts is essential. The importance of early
diagnosis of this syndrome should be emphasized in
order to implement appropriate genetic counseling
for parents as well as for the timely treatment of the
patient.!
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