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ABSTRACT

ectopic upper molars and malocclusion.

February 7, 2007.

ki syndrome, is a congenital condition characterized
by multiple anomalies and usually associated with
mild to moderate mental retardation. This syndrome was
first described independently by 2 groups from Japan."?

The etiology of KS remains unknown. Most cases have
been sporadic. In a few families, possible parent-child
transmission of the syndrome has been reported. Thus,
autosomal dominant inheritance with variable expressi-
vity is suggested.> More than 350 cases are known in the
literature.*

KS is characterized by a peculiar facial appearance, mild
to moderate mental retardation, postnatal growth retarda-
tion, short stature, skeletal anomalies and dermatoglyphic
abnormalities, including prominent fingertip pads.* A pe-
culiar face in all cases, characterized by eversion of the lower
lateral eyelid, arched eyebrows with a sparse or dispersed
lateral one third, depressed nasal tip and prominent ears.>”

Kabuki syndrome (KS), also known as Niikawa-Kuro-
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Kabuki Syndrome (KS) is a multiple congenital anomalies/mental retardation syndrome
of unknown etiology. It is characterized by a dysmorphic face, postnatal growth retarda-
tion, skeletal abnormalities, mental retardation, and unusual dermatoglyphic patterns. The
characteristic dental findings include hypodontia, microdontia, absence of upper lateral
and lower central incisors and upper molars, abnormal tooth shape, widely spaced teeth,

The purpose of this report is to describe common and additional dental findings and dental

treatment of an 11-year old female patient with KS. This case report emphasises the impor-
tance of oral and dental manifestations for diagnosis. (J Dent Child 2008;75:185-7)
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A 92% incidence of skeletal anomalies, including
brachydactyly V and spinal deformity with or without
sagittal cleft vertebrae has been reported. Dermatoglyphic
abnormalities in 93%, including increased digital ulnar
loop and hypothenar loop patterns, absence of the digital
triradius c and/or d, and presence of fingertip pads, mild to
moderate mental retardation in 92%, and postnatal growth
deficiency in 83%.5

In some cases, KS has been accompanied by critical vis-
ceral anomalies of the heart, liver, kidneys, central bronchial
airways and diaphragm.’

The characteristic dental abnormalities include:

1. hypodontia;
2. microdontia;
absence of upper lateral and lower central incisors and
upper molars;
abnormal tooth shape;
widely spaced teeth;
ectopic upper molars; and
. malocclusion.>!

The increased occurrence of cleft lip and palate or the de-
velopment of a high palate has been described by a number
of authors.""" Recently, a case with fusion and gemination
was also reported.'? Speech difficulties in KS patients are
thought to be associated with poor oral motor coordination
and hypodontia.'?

©

N

Cogulu et al 185



This case report’s purpose was to present common and
additional manifestations of a case with Kabuki syndrome
and the dental rehabilitation.

CASE DESCRIPTION

An 11-year-old Caucasian female patient was referred to
the pediatric dentistry clinic of the School of Dentistry, Ege
University, Bornova-Izmir, Turkey, for dental examination
with her mother. Extraorally, the patient had long palpebral
fissures, eversion of the lower eyelids, large ears, highly arched
eyebrows and a flat nasal tip (Figure 1). The other detected
abnormalities were mental retardation and skeletal anomalies
including spinal deformity with sagittal cleft vertebrae. The
patient was born at term with a birthweight of 2,750 gand a
birth length of 45 cm to healthy nonconsanguineous parents
after uneventful pregnancy with no history of exposure to
known teratogens. She was an only child, and her parents
were systemically healthy. A heart defect was diagnosed post-
natally and required surgery 3 times in the first year of the life.
The patient had cleft palate surgery at age 14 months and car-
diac surgery for atrial septal defect at age 5. Speech started at
22 months. Chromosomal analysis showed a normal female
karyotype 46,XX. She was diagnosed with Kabuki syndrome.
Detected intraoral anomalies were oligodontia, abnor-
mal tooth shape, widely spaced teeth, operated cleft palate
and malocclusion. She was in the mixed dentition phase,
and some of her teeth were noted to have carious lesions
(Figures 2, 3, and 4). Radiographic examination revealed
that 10 of her permanent teeth (maxillary second premolars,
lateral incisors, mandibular second premolars, lateral and
central incisors) were congenitally missing. The panoramic
radiograph also showed the root abnormalities of her all
permanent premolar teeth; the large pulp chambers gave
the appearance of a taurodont molar (Figure 5).
Considering the continuing development of the jaws,
carious teeth were restored with composites (3M Filtek
7250, 3M ESPE Dental Products, St. Paul, Minn), whereas
the tooth with a poor prognosis (mandibular left first molar)
was extracted. Orthodontic and prosthodontic treatments
could not be planned because of the mental retardation.

Figure 1. The patient’s facial appearance.
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Figure 2. The patient’s intraoral appearance revealed
the oral and dental abnormalities. Maxilla: Operated cleft
palate, absence of lateral incisors, and premolar teeth.

Figure 3. Mandibula: Absence of central and lateral
incisors and premolar teeth.

Figure 4. Occlusion: Malocclusion and growth deficiency
of the jaws.

Figure 5. Panoramic radiograph revealed the patient’s
oligodontia, root abnormalities, and taurodontism in all her
premolar teeth.
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The patient was given home oral hygiene instructions,
and sucrose intake was limited for prevention of caries ac-
cording to her physician’s recommendation. Topical fluoride
was applied, and the patient was scheduled for regular
fluoride applications every 6 months. Six-month follow-up
of the patient revealed good maintenance.

DISCUSSION

Kabuki syndrome is a rare congenital syndrome with dis-
tinctive facial features, skeletal anomalies, dermatoglyphic
abnormalities, mild to moderate mental retardation, and
postnatal growth deficiency.”® The clinical diagnosis in the
present case is based on the presence of these cardinal manifes-
tations, including long palpebral fissures, eversion of the lower
eyelids, large ears, highly arched eyebrows, a flat nasal p,
skeletal anomalies, mental retardation, and cardiac problems.

Oral and dental characteristic manifestations of KS were
also reported, such as oligodontia, abnormal tooth shape,
widely spaced teeth, high palate and malocclusion.>*° Two
additional dental findings, root abnormalities and taur-
odontism, were also detected on all her premolar teeth.
Petzold et al’ also reported a case of KS with 2 immature
premolar teeth having an appearance of taurodontism. In
the present case, all the patient’s permanent premolar teeth
have double roots and the large pulp chambers gave the ap-
pearance of a taurodont molar. The radiographic findings
may extend the spectrum and symptoms associated with KS.

The dental treatment of children with mental retardation
and/or with different kinds of syndromes is very difficult.
Therefore, this syndrome’s additional findings (especially
the taurodontism) also emphasize the importance of early
diagnosis and conservative dental treatment of KS patients.
It should be also emphasized that the existence of congenital
cardiac abnormalities in KS patients put them at high risk
for bacterial endocarditis. Therefore, administration of an
antibiotic regimen for prophylaxis of infections before in-
vasive dental procedures is a highly advisable approach.

It can be assumed that the oral/dental features described
will lead to prompt dental referral. When dental profession-
als are aware of the clinical features, it will contribute to
diagnosis, allow referral to a clinical geneticist, encourage
investigation of oral/dental findings, and support compre-
hensive care of the patient. Oral/dental findings seen in KS
patients could provide an important clue to understand this
syndrome’s pathogenesis.
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