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EEC syndrome without ectrodactyly: report of two new
families

J P Fryns, E Legius, A M Dereymaeker, H Van den Berghe

Abstract
In this report we describe two families with variable
manifestations of the EEC syndrome. The findings
in these families confirm that no symptom is
obligatory for the diagnosis of EEC syndrome. In
the absence of cleft lip/palate, EEC patients have a
characteristic facial morphology with maxillary
hypoplasia, short philtrum, and broad nasal tip.

After the first descriptions by Eckoldt and Martens,'
Ruidiger et a12 introduced the term EEC syndrome to
designate the triad of ectrodactyly (split hand/foot
deformity), cleft lip/palate, and ectodermal dys-
plasia (anomalies of the hair, teeth, nails, nasolacrimal
ducts, and sweat glands). Autosomal dominant inheri-
tance has largely been documented,3 4 as well as
variability in expression. 7 Recently, Kuster et a18
and Majewski and Kuster9 reported three families
with variable expression of the EEC syndrome and
stated that ectrodactyly is not an obligatory symptom.
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Case reports
FAMILY 1
This family came to our attention after the birth of
two sisters with a variable pattern of limb defects.
The older daughter was 3 years old at the time of

examination. She had complete cutaneous syndactyly
3/4 on the left hand, and a split hand deformity with
absence of the middle finger and cutaneous syn-
dactyly 1/2 on the right hand (fig 1). Except for
bilateral brachymetatarsy 4/5, both feet were normal.
She had fine, silver-blond hair but no other signs of
ectodermal dysplasia. The face was peculiar with a
short philtrum, maxillary hypoplasia, and a broad
nasal tip. Physical and psychomotor development
were normal.
Her 1 year old sister had an atypical lobster claw

deformity of both hands; the phalanges of the third
fingers were absent bilaterally with hypoplasia of the
third metacarpal (fig 2). There was, in addition, mild
cutaneous syndactyly 1/2 and camptodactyly of the
second to fourth fingers. On the right foot an
accessory rudimentary toe was present between the
first and second toes without extra metatarsals (fig 3).
The nails and hair were normal. She had the same
facial characteristics as found in her older sister, that
is, short philtrum, maxillary hypoplasia, and broad
nasal tip.

Clinical examination of their 30 year old mother
showed the same facial appearance as her two

Figure I The hand
anomalies in the older
child ofthe firstfamily:
cutaneous syndactyly 3/4
in the left hand and split
hand deformity in the right
hand.

Received for publication 6 August 1989.
Revised version accepted for publication 29 September 1989.

165

 on M
ay 22, 2023 by guest. P

rotected by copyright.
http://jm

g.bm
j.com

/
J M

ed G
enet: first published as 10.1136/jm

g.27.3.165 on 1 M
arch 1990. D

ow
nloaded from

 

http://jmg.bmj.com/


Fryns, Legius, Dereymaeker, Van den Berghe

..

A.r
* Il.t.
;,.

Figure 2 Bilateral split*and deformity in theyounger sister of
the firstfamily.

..Q.. ..;,

..
ii

Figure 4 Atypical split hand deformity and bilateral splitfoot
deformity in the son ofthe secondfamily.

Figure 3 Accessory rudimentary toe between toes 2 and 3 ofthe
rightfoot oftheyounger child ofthe firstfamily.

daughters. She had fine, silver-blond hair and all the
finger nails were dystrophic, but the hands and feet
were otherwise normal. The teeth were very carious
and she had had a complete dental prosthesis from the
age of 16 years.

She was the oldest child in a family of three
children. Clinical examination of both parents and the
younger brother and sister was normal. None of them
had anomalies of the hands or feet, or ectodermal
dysplasia, or similar facial changes.

FAMILY 2
The second family came to our attention because of a
split hand and foot deformity in the son. He was born Figure 5 Face of the son ofthe secondfamily.
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at a gestational age of 35 weeks after caesarian section
because of horizontal fetal presentation and rupture of
membranes. He had bilateral split foot deformity with
syndactyly 3/4. Unilateral split hand was present on
the right, with fusion of the proximal phalanges of the
third and fourth fingers. The middle and distal
phalanges of the third finger were absent (fig 4). The
left hand was completely normal. When he grew
older, hypodontia became evident. He had fine, blond
hair, but skin, nails, palate, and facial morphology
were normal (fig 5).
The sister of the proband was reported to be born

as a 'collodion baby'. She subsequently developed a
very dry, scaly skin, dystrophic nails, and marked
hypodontia (fig 6). She had fine, blond hair, small

r '

Figure 6 Hkvpodoittia itl the daughter ofthe seconldfamilv.

Figure 7 Face of the dauighter of the second fimilv.

Figure 8 Face ofthe mother of the second familv. Note scanty
hair, maxillarv hypoplasia, and short philtrwu.

palpebral fissures, and a broad nasal tip (fig 7). Her
hands, feet, and palate were normal.
The mother of these sibs suffered from severe

ectodermal dysplasia. Alopecia started at the age of 18
years and she needed a complete dental prosthesis at
the age of 16. All nails were dystrophic and the skin
was dry, erythematous, and scaly. Maxillary hypo-
plasia and a short philtrum were evident (fig 8), but
her hands, feet, and palate were normal. She reported
that her mother and her maternal grandmother had
had the same skin, tooth, nail, and hair problems as
she had.

Discussion
The index patients of the two families in this report
present a variable pattern of limb defects. In the first
family, typical ectrodactvlv, as described in the EEC
syndrome, was present in both hands of the vounger
child. In the older child, however, a split hand
deformity was present onlv in the right hand combined
with complete cutaneous svndactvlv 2/3 on the left
hand. In both children, the foot anomalies were
minimal except for the small accessorv toe between
toes 2 and 3 on the right foot of the vounger child.
Signs of ectodermal dvsplasia were limited to fine,
silver-blond hair in the vounger child. In contrast, the
mother had no hand or foot anomalies, but the
ectodermal changes were much more evident: loss of
permanent dentition before the age of 16, fine, silver-
blond hair, and dvstrophic nails. None of the three
patients had cleft lip;,cleft palate, but their faces were
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peculiar with maxillary hypoplasia, a broad nasal tip,
and a short philtrum. These facial changes were not
present in other family members without signs of
ectodermal dysplasia or ectrodactyly.

In the second family, only the son had typical
ectrodactyly of both feet. The unilateral hand abnor-
mality is identical to the unilateral hand abnormality
of case 6 in the report of Kuster et al.8 Ectodermal
dysplasia in the son was limited to hypodontia and
fine, blond hair. However, his sister and especially his
mother had more severe ectodermal dysplasia, but no
clefting. The mother had marked maxillary hypo-
plasia with a short philtrum and the daughter only
had a broad nasal tip.
A similar tacial appearance was noted in affected

members of the two families reported by Kuster et al.8
These authors described eight cases from two families
with variable manifestations of the EEC syndrome. In
the first family, limb defects were present in only one
out of three affected subjects. In the second family,
limb defects were noted in three members and cleft
lip/cleft palate in two of the five affected patients.
Majewski and Kuster9 reported another family with

oligosymptomatic EEC syndrome. Ectrodactyly,
submucous cleft palate, and carious teeth were
present in the mother. The son had cutaneous
syndactyly and hypoplastic phalanges on the feet, and
the daughter had a stiff thumb. They calculated the
penetrance of typical EEC syndrome in 13 reported
families to be reduced to about 78%.

Judging from the experience in these families and
the present observations, the EEC syndrome may

show a much larger variability in expression than
previously recounised. Ectrodactyly is not an obliga-
tory symptom and cleft lip/cleft palate may also be
absent. In EEC patients with absence of the lobster
claw defect, a characteristic facial morphology can be
present with relative midfacial hypoplasia, character-
istic short philtrum, and broad nasal tip. Special
attention to these facial characteristics should be given
in the clinical evaluation of families with this rare
syndrome.
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