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ABSTRACT

Introduction::The Vander Woude syndrome is an autosomal-dominant condition typically comprising cleft lip or
cleft palate or both and distinctive pits of the lower lips. The degree to which individuals carrying the gene are
affected varies widely, even within families. The variable manifestations include lip pits alone, hypodontia (absent
teeth), and isolated cleft lip and palate of varying degrees of severity.Case History. A case of Van Der Woude
Syndrome 24 days old, characterized by pits on the lower lip and bilateral cleft of the lip and palate with similarly
affected mother is presented. Progress: Presurgical infant orthopedics was done to reduce the severity of the
initial cleft alveolar and nasal deformity. NAM therapy resulted in better lip and nasal form, reduced oronasal fistula
and labial deformities and it also causes 60 % reduction in the need for secondary alveolar bone grafting. After
NAM primary lip repair was carried out.Conclusion: VDW is under reported & frequently not diagnosed. The
phenomena that CLP & CP are regularly combined in the same pedigree makes it unique. A multidisciplinary
approach to treatment produced an aesthetically pleasing and functional outcome.
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INTRODUCTION

Van der Woude syndrome (VWS) is a rare coexistence of cleft lip and/or palate with

craniofacial disorder characterized by lower lip salivary fistulae of the Ilower lip and

pits, cleft lip and/or palate (CL/P) and, denominated it as a separate nomologicalentity.

occasionally, ~hypodontia.** This syndrome Lip pits may be divided into three types relative

occurs in approximately 2% of CL/P patients, to their location commissural, midline, upperlip

and is distinguished from non-syndromic CL/P and lower lip® Lower lip pits are most

by the presence of lip pits. First description of 4

frequently occuring congenital malformations.

this familial disease, which is characterized by Vander woude is the most fequent form of

cleft lip and salivary fistula, was presented by clefting, accounting for 2 persent of all cleft lip

. 1
Demarquay in 1845." Vander woude was the and palate cases.® Furthermore it is remarkable

first to combine lower lip with cleft lip and cleft that both CLP and CP can be combined with

palate, introducing a new clinical entity, while
she also described its mode of heredity In 1954

van der Woude is characterized by the

lower lip pits in the same pedigree. The

prevalence of the condition among patients with
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clefts ranges from 0.43% to 2.5% according to
different authors.’

The fistulae occur most commonly in patients
with complete clefts of the lip, alveolar process
and palate (in about 66%), in over 16% of
patients with cleft lip alone and in 17% of
patients with isolated palate clefts. The fistulae
are up to 2 cm long, sometimes longer, and are
situated bilaterally, with symmetrical location in
50%, asymmetrical in 32% and central in 4% of
cases. About 14% of patients develop residual
forms in the shape of a pit in the mucous
membrane.” The walls of the fistulae are covered
with nonkeratinizing epithelium which is
situated above underlying compact basement
membrane composed of connective tissue with
stroma rich in lymphohistiocytosis cells.
Neighbouring salivary glands discharge saliva to

the fistula lumen.®

The disease is transmitted by a gene localized
between D1S245 and D1S414. High level of
mutations 1.8 x 10-5 , contributes to the fact
that loci responsible for the disease follows
autosomal dominant inheritance with penetration
index exceeding 80%. Due to the genetic
expression, more severe forms of the disease are
transmitted to the offspring.! Its incidence is
estimated at 1-2.5 cases per100,000 live births.’
VWS is transmitted in an autosomal dominant
mode with high penetrance and varied clinical
expression however, 30-50% of VWS cases

represent de novo mutations.’® Mutations in the

interferon regulatory factor 6 (IRF6) gene have
been found in patients with VWS.**

CASE REPORT
A 24 days old male was referred from the Jinnah

postgraduate  Medical Institute to the
Department of Orthodontics DUHS. Extraoral
examination revealed bilateral cleft lip and
palate with lower lip pits as shown in fig.1. It
was diagnosed as a case of vander woude
syndrome. Family history revealed that his

mother is also suffering fron same syndrome
(fig.2) .

R
Fig 2 Mother of aby also suffering
from Vander Woude syndrome

Intraoral examination shows bilateralcleft lip
and palate (fig 3).

Fig 3- Intraoral view showing
bilateral cleft lip & palate &
premaxilla shifted to right

Cleft was more wider on the left side then right,
and premaxilla was shifted towards right. There
was severe deficiency of the columella tissue.

His lower lip had bilateral lip pits at the base of
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two nipple-like elevations, the pit on left side
was larger in size then right (fig 4)

Fig 4 Bilateral lower lip pits
Initial impression of the cleft lip and palate

infant is obtained. A heavy-bodied silicone
impression material is used to take the initial

impression as shown in fig 5.

‘Fig 5 Initial impression in
rubber base impression material

The impression was then poured with dental

stone to obtain an accurate cast. Moulding plate

was constructed for NAM, by self cure acrylic it

was relined by soft denture liner and this plate

was also used as feeding plate

Presurgical infant orthopedics was done to
reduce the severity of the initial cleft alveolar
and nasal deformity (fig 6). This enables the
surgeon and the patient to enjoy the benefits
associated with repair of a cleft deformity that is
minimal in severity which will result in better
repair of the alveolus, lip and nose. NAM
therapy indicate better lip and nasal form,
reduced oronasal fistula and labial deformities,
60 % reduction in the need for secondary
alveolar bone grafting. The NAM appliance
(NAM) consisted of an intraoral moulding plate

with nasal stents to mould the alveolar ridge and
nasal cartilage concurrently. Use of the NAM
technique also eliminated surgical columella
reconstruction by lengthening the columella
nonsurgically.

The baby was seen weekly to make adjustments
to the moulding plate to bring the alveolar
segments together. The nasal stent component of
the NAM appliance was incorporated when the
width of the alveolar gap was reduced to about 5
mm (fig 7). The rationale for delaying the
addition of the nasal stent was that as the
alveolar gap is reduced, the base of the nose and
the lip segment alignment is also improved. This
stent will serve the purpose of Non-surgical
columella lengthening in bilateral cleft lip and
palate.

The NAM technique has been shown to
significantly improve the surgical outcome of
the primary repair in cleft lip and palate patients
compared to other techniques of presurgical
orthopedics. Reshaping of the deformed alar
cartilage and stretching of the nasal mucosa
enhances the surgeon’s ability to achieve a good
surgical repair. Surgical closure of the lip and
nose was performed at 4 months of age. Surgeon
has delayed the excision of lip pits that will be
performed later. After nasolaveolar moulding
and primary lip repair esthetic results were
achieved (fig 10).

DISCUSSION
Because of variability vander woude syndrome,

obtaining a detailed family history is important
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in diagnosing vander Woude syndrome.

Fig 1 Pret

atment Picture

van der Woude syndrome arise as a de novo
mutation. The pedigree should suggest an
autosomal dominant inheritance pattern, unless
the phenotype is the result of a de novo mutation
in the affected individual. Expressivity also
widely varies, and careful clinical examination
of parents and relatives may be necessary.
Physical examination of relatives, close
examination of family photos, or interviews of
older relatives may be necessary to identify
minimally affected family members.
Examination and genetic counseling is suggested
for families that may be affected by vander
Woude syndrome.

The cleft lip and cleft palate may be isolated.
The severity of these symptoms widely varies
and may be unilateral or bilateral. Submucous
cleft palate is common and may be easily missed
during physical examination. Hypernasal voice
and cleft or bifid uvula may be present. A bifid
uvula is also a possible isolated finding in
certain individuals with vander Woude

syndrome. Congenital lip pits are developmental

defects that occur on the paramedial portion of
the vermilion border of the lower lip. They may
be unilateral or bilateral and may occur as an
isolated condition or in association with cleft lip
and or cleft palate.”* The majority of the labial
and commissural pits occur without mucus
exudation.”® Although the lip pits are inherited
as an autosomal dominant trait, their
pathogenesis is not well understood.'* They are
thought to develop from notching of the lip at an
early stage of the labial development with
fixation of the tissue at the base of the notch or
from failure of a complete union of the
embryonic lateral sulci of the lip, which persist
and ultimately develop into the typical pits.*®

The surface opening of the lip pit may present as
a circular or transverse slit or be located at the
apex of nipple-like elevations. Minor salivary
gland orifices open into the pits hence the
salivary exudate. Although the cleft lip and
palate are the major esthetic problems for these
patients, exudation of mucous from the lip pits
onto the lower labial skin are a source of
embarrassment to the patient.” Visible or
expressible saliva may be present in the lip pits
because of an association with the accessory
salivary glands. Pits may lead to tracts that are
surprisingly long, making surgical removal
challenging.

Hypodontia may be observed and most
commonly presents as missing maxillary or
mandibular second premolars or maxillary
lateral incisors. This may be the only symptom.

An association of vander Woude syndrome and
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taurodontism (teeth with greatly enlarged pulp

chambers) has been reported.*

The presence of salivary fistulae on the lower lip
is not a significant clinical problem, but rather
an aesthetic defect. The defect can be treated
relatively simply, usually after basic repair
procedures and the outcome of the operation is
usually good and permanent. Residual slight
bulging visible on the vermilion, which are the
signs of scar hyper— trophy, can be corrected by
excision of the scar. As shown above, the
presence of salivary fistulae diagnostic for Van
der Woude syndrome is not the important
medical problem. Much more significant is the
probability of developing cleft defects by the
offspring of the patients, which reaches 67%,"
hence this finding is of a great significance for

genetic counseling.

Surgical excision of the labial and commissural
pits is indicated if the aesthetics of the individual
is appreciably affected and exudation of mucous
secretions can not be controlled.”® Surgical
excision should include the total removal of the
minor salivary glands that exude secretions at
the base of the pits to prevent the formation of

mucoceles or cysts.

There are several benefits of the NAM technique
in the treatment of cleft lip and palate deformity.
A proper alignment of the alveolus, lip and the
nose helps the surgeon to achieve a better and
more predictable surgical result. The cleft
deformity is significantly reduced in size with

the NAM therapy before surgery, making

primary repair of the lip, alveolus and the nose
an effortless procedure. The approximation of
the alveolar processes before surgery also
enables the surgeon to perform
gingivoperiosteoplasty successfully. Long-term
studies of NAM therapy indicate that the change
in the nasal shape is stable with less scar tissue
and better lip and nasal form.”® This
improvement reduces the number of surgical
revisions for excessive scar tissue, oronasal
fistulas, and nasal and labial deformities.”’ With
the alveolar segments in a better position and
increased bony bridges across the cleft, the
permanent teeth have a better chance of eruption
in a good position with adequate periodontal
support.”*

Studies have also demonstrated that
60% of patients who underwent NAM and
gingivoperiosteoplasty did not require secondary
bone grafting.?? The remaining 40% who did
need bone grafts showed more bone remaining
in the graft site compared to patients who have
had no gingivoperiosteoplasty.”* Fewer surgeries
also result in substantial cost savings for families
and insurance companies.® Lee et al.
demonstrated that midfacial growth in the
sagittal and vertical plane was not affected by
NAM and gingivoperiosteoplasty.”* Since the
initiation of NAM, there has been a significant
difference in the outcome of the primary surgical
cleft repair. With proper training and clinical
skills, NAM has demonstrated tremendous
benefit to the cleft patients as well as to the

surgeon performing the primary repair.
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Other oral manifestations: Although infrequently
reported, other symptoms include syngnathia
(congenital adhesion of the jaws); narrow, high,
arched palate; and ankyloglossia (short glossal
frenulum or tongue-tie). Ankyloglossia and cleft
uvula were reported by Shawaf and Mani.”

In order to carry out the philosophy of ‘total
treatment”, the collaboration of team is
involved. This interdisciplinary collaboration
will  resulted in a remarkable improvement of
the patient’s aesthetics (Fig 10). The quality of
this patient’s life improved considerably after
treatment and earlier management of this case
will result in improved self-esteem at a much
earlier age. It is hoped that the multidisciplinary
management of patients with orofacial defects
will be encouraged. Seeking treatment early in
child's life allows for timely surgery, speech
therapy, and dental care.

CONCLUSION
VDW is under reported & frequently not

diagnosed. The phenomena that CLP & CP are
regularly combined in the same pedigree makes
it unique. A meticulous examination of the
patient with lip pits may reveal a hidden form of
cleft e.g. submucous cleft. Physical examination
should include as many members of VDW
patient’s family as possible and genetic
counseling is highly recommended.
Management of this case involved the
collaboration of different specialists in dentistry
and because of earlier management this patient

will earn years of improved self-esteem.

Fig 6 Baby with moulding plate &
Taping intially

Fig 7 Baby with moulding plate,
extraoral taping & nasal stents
after 2 months

Fig 8 Profile view right side
before & afterNAM.

«

W) A
Fig9

Profile view left side before &
after NAM i

Fig: 10 Baby before & after
NAM & Primary lip repair
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