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ABSTRACT
Ellis van crevald syndrome or chondroectodermal dysplasia is known to be a rare genetic
disorder first described by Richard W.B Ellis & Simon Van crevald in'1940. This syndrome
comprises tetrad of chondrodysplasia, bilateral postaxial polydactyly of the hands, ectodermal
dysplasia & congenital heart defects. The orofacial manifestation’ includes dental
malformations, hypodontia, multiple gingivolabial musculofibrous frenulae, notching of the
lower alveolar process, fusion of the upper lip gingival mucosal margin. This paper includes a
case report of a young female patient having.similar characteristic features and orofacial
manifestations suggestive of this syndrome and its management.
Key words: Bilateral polydactaly, Chondrodysplasia, Ellis Van Crevald syndrome (EVC),
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INTRODUCTION disorder having incidence of
approximately 1 in every 60,000 live births

Ellis and_van crevald in 1940 L
) ) and has equal sex predilection.
defined a syndrome that comprises of ) o o
] o Polydactaly is a stable finding which is
certain type of chondrodysplasia, bilateral _ _
) ) often bilateral, postaxial and noted on the
postaxial polydactaly of the hands, tiny _
] ] ] ulnar side. Polydactaly of feet can be
and dysplastic units and few cases with ) )
) _ found only in 10% of the cases. There is
congenital heart defects. They coined the _
) ) wide space frequently present between
term chondroectodermal dysplasia, now it p
) ) 17 hallux and other toes.” Patient shows short
is known as Ellis van crevald syndrome.™ . _ )
_ ) _ extremities. Acromelic and mesomelic
It is rare autosomal recessive congenital
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shortness of limbs often seen which is
commonly found on the distal aspect.
Patient is incapable of making a tight fist
frequently. Shortness of lower legs is
observed which becomes more apparent as
the growth advances.” Almost all patients
shows dystrophic fingernails that are thin,
hypoplastic and spoon shaped.® Genu
velgum can be seen as a result of abnormal

proximal tibial epiphysis.’

In 50-60% cases

cardiac manifestations can be seen?®

congenital

Middle portion of upper lip is fused with
gingival margin oblitering maxillary labial
vestibule  with  numerous accessory
frenulae adhering the lip" to . gingival
margin.**3 There can be dental
transposition, abnormally shaped teeth,
enamel hypoplasia, hypodontia. _and
malocclusion. There may be exfoliation of
teeth soon after erupting.**® ~This article
describes a case of young female patient of
EVC syndrome with similar clinical

manifestations.

CASE PRESENTATION

A 31 year old female reported with
chief complaint of missing upper and
lower front teeth since birth. She was

unmarried and teacher by profession.
Strikingly this was her first dental visit and
she was concern about her missing teeth
after such long edentulous time span.
History revealed patient’s parents had
consanguineous marriage. She was the
child of normally developed parents and
their other siblings. Pregnancy and birth
were without any adverse incident. Parents
gave her history of fusion of middle
portion of upper lip with-anterior maxillary
gingival margin noted soon after birth and

was operated.

Systemic < examination  was  non-
contributory and showed no cardiac
defects after examination by the physician.
The patient’s stature was short having
short hands and feets (Figure 1). Face was
symmetric and esthetic. Hairs and skin
were normal. Hypoplasia of middle portion

of upper lip was noted (Figure 2).
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Figure 1: Patients stature showing short hands and feet’s

Figure 2: Hypoplastic middle portion of upper lip
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Patient showed typical bilateral postaxial hexadactaly of hands and Nails of the hands and
feet were thin and dystrophic (Figure 3). Intraoral examination revealed missing upper and

lower central and lateral incisors (Figure 4).

Figure 3: Bilateral postaxial Hexadactaly of hands and thin dystrophic nails

Figure 4: Congenitally missing upper and lower central and lateral incisors

SEAJCRR JAN-FEB 4(1) ISSN ONLINE: 2319-1090 Page 1253



Case Report 2015
Ellis — VVan Crevald syndrome- A rare case

Tejas M Kulkarni et al.

Lower canines were mimicking that of a premolar. Maxillary alveolar ridge showed slight

serrations and accessory frenulae (Figure 5).

Figure 5: Maxillary alveolar ridge showing serrations or notching and accessory Frenulae

INVESTIGATION

Radiographic examination showed missing upper and lower incisors with no impacted or
supernumerary tooth (Figure 6).

Figure 6: Panoramic radiograph showing missing incisors. No supernumerary or impacted

teeth can be seen
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DIFFERENTIAL DIAGNOSIS

Differential diagnosis with other syndromes including short stature, polydactaly and
Orofacial abnormilities (I and Il orofaciodigital syndrome) (gorlin and pindberg, 1964) and

asphyxiating thoracic dystrophy (Brueton and Dillon, 1990) can be made.
TREATMENT

Patient underwent thorough oral prophylaxis, intentional root canal treatment of upper and
lower right and left canines followed by fixed partial denture of anterior gingival ceramic
(Figure 7,8).

Figure 7: Fixed partial prosthesis of gingival ceramic given to the patient

Figure 8: Post-treatment photograph of the patient
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DISCUSSION

Ellis Van Crevald syndrome also
called as chondroectodemal dysplasia or
mesoectodermal dysplasia is an autosomal
recessive disease. It is caused by mutations
of the EVC | AND EVC Il genes. This
syndrome is linked with parental
consanguity in about 30% cases.® EVC is
characterized by short limbs, postaxial
polydactaly, genu valga, short upper lip,
multiple frenulae, fusion of upper portion
of middle lip, hypoplasia of anterior
maxilla, dysplastic teeth and nails <and
congenital heart defects in 60%

individuals.»¢°

Multiple small alveolar
notches or clefts also can be seen.on crest
of thin alveolar ridge.®*® In patients with
EVC erupted teeth tends to be small with
an accentuated cusp height and resembles

bicuspids-sometimes.?’

All _the reported features were
present in the present case except
congenital cardiac_manifestations. About
100 cases have been reported between the
first full description of the syndrome in
1940 by R. Ellis and S. Van crevald in
1968.% After that approximately 50 other

cases reported in the literature.* EVC

syndrome  requires  multidisciplinary

approach for the treatment.?*

Cardiologist plays important role in
managing congenital cardiac problems in
neonates. Orthodontist, oral surgeon and
prosthodontist has key role in managing
craniofacial ~abnormality in patients
affected by this syndrome. Our patient
being unmarried female and teacher by
profession, esthetic treatment was the
major concern. She undergone thorough
oral prophylaxis, -intentional root canal
treatment of the upper and lower canines
followed <by fixed gingival ceramic
proshthesis considering skeletal brittleness
and bone resorption associated by the

prosthodontic team.

CONCLUSION

Patients with complaints of congenitally
missing teeth should be carefully observed
for other ectodermal features. In a patient
suspecting EVC syndrome, detail history
of parents including consanguineous
marriage and history of any labio-gingival
fusion abnormality at the time of child’s
birth  will be helpful in diagnosis.
Management of this syndrome requires
multidisciplinary

approach including
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