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Abstract

Kabuki syndrome is a rare congenital anomaly, in which such
(optional) patients present mild to moderate mental deficits and
are characterized by unusual facial expressions. In addition, they
may also manifest cardiac anomalies, urinary tract anomaly, hearing
loss, hypotonia and also postnatal growth deficit. These fundamental
characteristics are called “Pentad of Niikawa”, which correspond to
dysmorphic face, skeletal anomalies, dermatoglyphic abnormalities,
mild to moderate mental deficit, and postnatal growth deficiency. It
also includes scoliosis, malformation of spinal column and ribs, delay
in skeletal maturation, dislocation of the hip and patellar. The aim
of this case study report is to present the diagnosis of a patient with
this syndrome, evidencing, in the light of knowledge, to the Dental
Surgeons of how to conduct dental treatment with effectiveness
and safety. It also shows the need for an interdisciplinary and
multidisciplinary approach for the treatment of these patients,
highlighting all of the complexity of the syndrome, making it easier
future diagnoses, with a purpose of promoting integral health and
improvements in the quality of life.
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Introduction

Kabuki Syndrome is a rare congenital anomaly, autosomal
dominant that was firstly described in 1981. It presents this
designation due to the peculiar facial features of its hosts,
resembling those of Kabuki traditional Japanese theatre makeup
[1,2,3]. Its frequency is estimated at 1:32.000 [4].

Niikawa etal (1981), Niikawa etal (1988), Gabrielietal (2012)
clarify the syndrome based on five fundamental characteristics:
dysmorphic  face, skeletal anomalies, dermatoglyphic
abnormalities, mild to moderate mental deficit, and postnatal
growth deficiency [1,5,6,7].

Facial characteristics are lower eyelid eversion, long palpebral
fissures, thick and bent eyebrows, saddle nose and depressed
nasal tip, malformation of the ears, preauricular fissure, blue
sclera, strabismus. The cleft palate, arched palate, abnormal

teething, microdontia are some of the intra-oral alterations found
in these patients [4].

Regarding the neurological alterations, one may present soft
to mild mental retardation, seizures, microcephaly, hypotony.
Skeletal anomalies (short fingers, scoliosis and hip luxation) as
well as visual may also appear [4].

Systemically, cardiacanomalies might manifest (occurrence in
30% of the cases). Additionally, there might be some cases related
to the urinary tract, hearing loss, increase of susceptibility to
infections, autoimmune diseases, loose joints and hypermobility,
hypotony and postnatal growth dawdling (occurrence in 83% of
the cases) [4,6,8].

A fair amount of the patients who happen to be hosts for the
syndrome have shown an autistic behavior with stereotypical
and repetitive movements [7].

The diagnosis is clinical at its core, based on facial alterations,
growth abnormalities and postnatal growth deficit!. The genetic
mapping can assist the preventive diagnosis [10,11,12,13,14].

The aim of this paper resides on describing a clinical case of
dental intervention in a patient who has been diagnosed with
Kabuki Syndrome.

Case Study Report

Patient GDSC, 12 years old, Brazilian, female, leucoderma,
diagnosed at the age of three as a Kabuki Syndrome host
without previous family history. According to the mother, during
the anamnesis, that “baby was long overdue” (sic), cesarean
section birth, cyanotic delivery. In addition, it was declared that
throughout the 11 months “she needed to place the rip in the right
position” (sic) [4]. The patient present other systemic alterations
associated with the syndromic scenario, myopia, asthma and
pneumonia chart. After the diagnosis, medical follow-up was
initiated and maintained with a neurologist, psychologist, speech
therapist, geneticist, nutritionist and pneumologist.
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She sought the CEAPE FOUNIP, (Center for Studies and
Assistance to Patients with Special Needs), portraying as main
complaint the orthodontic treatment. The extra-oral exam has
shown prominent frontal fossa (Figure 1), hypertelorism, bent
eyebrows, eversion of the external portion of the lower eyelid
(Figure 2) and ligament laxity (Figure 3). Intra-oral examination
has displayed ogival palate, maxillary atresia at the anterior
portion with dental crowding (Figure 4), macroglossia (Figure 5),
repetitive bite in the jugal mucosa, agenesis of the lateral inferior
incisor (Figure 6) and white active lesion spot in the vestibular of
the 33 tooth, high rate of dental plaque (55%), brushing the teeth

Figure 4

Figure 1

Figure 5

Figure 2

Figure 6

only once a day and no use of dental floss and a cariogenic high-
risk diet. The initial treatment was the prevention with disclosing
of the dental plaque, dental hygiene and diet orientation.
Forwardly, fluoride varnish application has been made on the
white active lesion spot and molars occlusal surface. Proservation
was carried out during the year, performing appointments every
2 months and the patient was referred to orthodontic treatment.

Conclusion

The case study report demonstrates the need of
interdisciplinary and multidisciplinary approach for the
treatment of such patients with the goal of promoting integral
Figure 3 health and enhancement in quality of life. Preventive intervention
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and bonding (patient, family/caretakers and dental surgeon) are
essential factors that lead to the success of the recommended
treatments. It is vital to remain focused on the existence of this
syndrome and its complexity in order to facilitate assistance in
future diagnosis.
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