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Do you know this syndrome?
Você conhece esta Síndrome?
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SYNDROME IN QUESTION

CASE REPORT
A 35-year old, single, black, male patient from

Rio de Janeiro, who was employed as a refrigeration
technician, attended a dermatological consultation.
Clinical examination revealed facies syndrome with a
nose that was broad at the base and collapsed at the
point, madarosis, sparse eyelashes, fine, sparse hair
(Figure 1), red eyes, hypoplastic and conic teeth
(Figure 2) and maxillary hypoplasia, as well as ectro-
dactyly of the feet and hands (lobster-claw hand) with
only two digits (Figures 3 and 4), xerodermia and nail
dystrophy (Figure 3).  All the photographs shown in
the present report were taken with the patient’s writ-
ten consent.  At directed anamnesis, the patient
denied any other abnormalities in any other parts of

the body or systems.  He related a family history in
which his mother, two siblings and his maternal
grandfather all have a similar condition of ectrodacty-
ly in the hands and feet.  Ophthalmological examina-
tion revealed xerophthalmia, intense blepharitis and
chronic ocular hyperemia.  He was evaluated by the
Department of Clinical Genetics, which confirmed our
initial impression of a diagnosis of ectrodactyly - ecto-
dermal dysplasia - cleft lip/palate (EEC) syndrome.
Radiography of the patient’s hands (Figure 5) and feet
correlated with clinical findings, while ultrasonogra-
phy of the abdomen and urinary tract showed no mal-
formations.  The patient is currently being followed-
up by a multidisciplinary team.

FIGURE 1: Facies syndrome with tapir nose,
madarosis, sparse eyelashes and hair

FIGURE 4:
Ectrodactyly
in the hands

FIGURE 5:
Radiography
of the hands

FIGURE 2: Microdontia and hypodontia FIGURE 3: Ectrodactyly in the feet and hands
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WHAT SYNDROME IS THIS?
Ectrodactyly - ectodermal dysplasia - cleft lip/palate
(EEC) syndrome.

EEC syndrome is a rare, autosomal dominant
genodermatosis. 2 Around two hundred cases of this
syndrome have been described.  It results from a
mutation in the codifying gene of a tumor suppressor
protein (p63) related to the ectoderm and mesoderm.
Qumsiyeh suggested that the syndrome originates in
chromosome 7 (locus 7q11.2-q21.3), whereas
Hasegawa et al. reported cases of reciprocal transpo-
sition between chromosomes 7 and 9 (7q11.21 and
9p12 or 7p11.2 and 9q12).3 Cases may occur in fam-
ilies or alone, these single cases generally being the
most severe. 3 Interfamilial variability appears to be
significantly greater than intrafamilial variability, indi-
cating genetic heterogeneity. 3 The syndrome is char-
acterized by various clinical manifestations that vary
significantly between affected individuals, generating
different combinations (Table 1).  These manifesta-
tions include: ectodermal dysplasia such as anatomi-
cal or functional abnormalities of the sweat glands 4,
fine, sparse, light-colored hair, nail dystrophy; hypo-
or anodontia; complete or partial cleft lip-palate;
abnormalities in tear ducts and eyes; facial hypopla-
sia; congenital absence of one or more digits (ectro-
dactyly) with or without syndactyly and clinodactyly;
otological abnormalities; reduced stature; genitouri-
nary malformations; impairment of the central nerv-
ous system including hearing loss and/or mental retar-
dation; diffuse skin hypopigmentation and cell nevi. 5

In view of the clinical exuberance of this syndrome,
there is usually no need for genetic confirmation.
Clinical follow-up should be multidisciplinary and the
team should include specialists in dermatology, plas-
tic surgery, ophthalmology, nephrology, odontology,
clinical genetics, psychology and other specialities, as
required.  In the majority of cases, surgical interven-

tion of ectrodactyly is unnecessary, since there is no
possibility of completely reversing functional damage;
nevertheless, it may help with psychosocial aspects.
Due to the presence of EEC syndrome in four of the
patient’s immediate family members, it was not the
syndromic stigmata that motivated the patient to seek
medical care, leading us to question to what extent his
phenotypical abnormalities affect his professional and
social activities.  The patient in this case report had an
incomplete form of EEC syndrome, since cleft lip-
palate was absent.  Other familial cases with ectro-
dactyly and ectodermal dysplasia without cleft
lip/palate have already been reported in the literature,
and it has even been suggested that this form of clini-
cal presentation may represent a different nosological
entity and not merely a variant of EEC syndrome. 6

The intrafamilial phenotypical variation in this case
shows the variability of the penetrance and genetic
expression of the syndrome.  Differential diagnoses
include Goltz syndrome 7, Rapp-Hodgkin syndrome 8

and Hay-Wells syndrome (ankyloblepharon, ectoder-
mal dysplasia and cleft lip and palate syndrome - AEC)
8, all of them being inherited autosomal dominant dis-
orders, including Christ-Siemens-Touraine syndrome
9, a form of hypohidrotic ectodermal dysplasia.  Goltz
syndrome, which may be an X-linked disorder, is gen-
erally lethal in males and is characterized by focal der-
mal hypoplasia with herniations of adipose tissue,
poikiloderma, linear distribution following the lines
of Blaschko, abnormalities in body hair, nails, teeth
and bones, with ectrodactyly, syndactyly and poly-
dactyly.  Rapp-Hodgkin syndrome is characterized by
ectodermal dysplasia associated with a narrow nose,
cleft lip-palate, microstomia, reduced stature, a promi-
nent forehead, maxillary hypoplasia, a high-arched
palate, thin lips and nail hypoplasia.  Hay-Wells syn-
drome is characterized by ectodermal dysplasia, cleft
lip/palate and ankyloblepharon. �

Abstract: Ectrodactyly - ectodermal dysplasia - cleft lip/palate syndrome (EEC) is a rare autosomal do-
minant genetic disorder, with variable expression and penetrance. This congenital disorder is associated
either with a mutation in chromosome 7 or with a translocation between chromosomes 7 and 9, reflect-
ed primarily in the abnormalities listed in its name.  This case report describes a 35-year-old male with
syndromic stigmata since birth and no cleft lip/palate. Four relatives are also affected by the condition.
Keywords: cleft lip; cleft palate; ectodermal dysplasia; syndrome

Resumo: A síndrome de ectrodactilia, displasia ectodérmica e fenda lábio-palatina (EEC) corresponde a
uma rara anomalia genética congênita, de herança autossômica dominante, penetrância e expressividade
variáveis, associada à mutação no cromossomo 7 ou translocação entre cromossomos 7 e 9, determinada
essencialmente pelas características que a denominam. Relata-se caso de paciente de 35 anos, acometido
por estigmas sindrômicos, desde o nascimento, com história familiar e sem fenda lábio-palatina.
Palavras-chave: Displasia ectodérmica; Fenda labial; Fissura palatina; Síndrome
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HEAD AND NECK
Maxillary hypoplasia
Moderate malar hypoplasia
Hearing loss
Small auriculae
Malformed auriculae
Blue iris
Photophobia
Blepharophimosis
Blepharitis
Dacryocystitis
Abnormality in tear ducts
Sparse eyebrows and lashes
Tapir nose
Cleft lip
Cleft palate
Xerostomia
Absence of parotid duct
Agenesis of teeth
Microdontia
Cavities 

RESPIRATORY SYSTEM
Choanal atresia 

THORACIC
Hypoplastic nipple 

ENDOCRINOLOGICAL
Growth hormone deficiency
Hypogonadotropic hypogonadism 
Central diabetes insipidus

GENITOURINARY
Micropenis
Cryptorchidism
Transverse vaginal septus
Renal agenesis
Renal dysplasia
Hydronephrosis
Megaureter
Vesicoureteral reflux
Ureterocele
Bladder diverticula
Duplication of pyelocaliceal system

HANDS AND FEET
Syndactyly
Ectrodactyly

SKIN, HAIR AND NAILS
Thin skin
Mild hyperkeratosis
Nail dystrophy 
Nail pitting
Light-colored hair
Sparse, fine hair
Sparse pubic hair
Spare axillary hair
Sparse eyebrows
Sparse eyelashes

NEUROLOGICAL
Mental retardation
Semilobar holoprosencephaly 

TABLE 1: Clinical manifestations of EEC syndrome (those found in the patient presently reported are in bold type


