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Anaesthetic management in a case of Kabuki syndrome

EDITOR:

The Kabuki syndrome is a rare congenital disease
characterized by distinct craniofacial dysmorphias;
skeletal, skeletal muscle and dermatoglyphic abnor-
malities; cardiovascular, visceral and urogeniral anom-
alies; postnatal growth deficiency; mild to moderate
mental retardation; neurological dysfunction and sus-
cepribility to infections [11. Although patients aftlicted
with this syndrome require operative correction of
the multiple anomalies, we have only found one case
report concerning to the anaesthetic management in
this disease [2].

Our patient was a 14-month-old female, 6.600 kg,
diagnosed with Kabuki syndrome and scheduled
for cleft palate repair. She had microcephaly, right
microphtalmy, convergent strabismus, bilateral pupil-
lary coloboma, long palpebral fissures with eversion of
the lateral third of the lower eyelids, large prominent
earlobes with low implantation, generalized hypo-
tonia, megacisterna subarachnoidea and bilateral renal
hypoplasia with normal renal function. The patient was
premedicated with intranasal midazolam 0.3 mg kg .
Due to difficulty in establishing venous access, we
opted for an inhalation induction with sevoflurane 5%
in pure O, and we were then able to cannulate a periph-
eral vein. Spontaneous breathing was mainrtained.
Atropine 15 pg kg ' and remifentanil 1 pgkg ™' were
given, and laryngoscopy showed a Grade I1I Cormack
and Lehane view of the larynx. The trachea was
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intubared with a 4 mm reinforced cufted tube with
the help of an introducer to guide and stiffen it
Anaesthesia was maintained with sevoflurane 1.5%
in a mixrure of 50% N,O in O, and remifentanil
0.1-0.2 pgkg 'min~ ', Once rthe operation was
finished, we stopped the remifentanil infusion and
before extubation, we administered morphine 0.4 mg,
ondansetron 0.6 mg and proparacetamol 100 mg.
The intraoperative and postoperative course¢ was
uneventful (Fig. 1).

Niikawa and Kuroki first described the Kabuki
syndrome [3,4] in 1980. It was originally known as
Kabuki make-up syndrome because of the resem-
blance of the facial features — Kabuki syndrome — and
the make-up used in craditional Japanese theacre. The

Figure |.
Our patient after the cleft palate vepasy. (With permission of parents.)
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aetiology of the Kabuki syndrome is srill unclear,
but most cases are sporadic and compatible with an
aurtosomal dominant muration with variable expres-
sivity. However, a small number of patients have
shown chromosomal abnormalities [5]. Our patient
had a 46-XX karyotype, without any chromosomal
abnormality. There were not family antecedents of
the Kabuki syndrome, but the child’s mother previ-
ously underwent a termination of pregnancy because
of a feral polymalformarive syndrome.

Children with Kabuki syndrome have similar facial
features, most notably lower palpebral eversion, long
palpebral fissures, arched eyebrows, long eyelashes,
blue sclerae, depressed nasal tip, cleft lip/palate, arched
palate, dysmorphic ears and abnormal dentition. Joint
laxity is common and skeletal anomalies include
brachydactyly, clinodactyly and deformed vertebrae
or ribs. Van Haelst and colleagues [6] reported two
patients with stenosis of the central airways (one with
local stenosis of the right upper lobe bronchus and
the other with severe bronchomalacia and an abnor-
mal right bronchial tree). Hence, the anaesthesi-
ologist needs to be especially prepared for difficulty
with the airway. We had a laryngeal mask ready for
any possibility of difficult inrubation but, although
the vocal cords were not visible at laryngoscopy, the
trachea was intubated with the help of a long intro-
ducer ro stiffen the tube. The laryngeal mask seems
a good alternative in case of problems; other merhods
include fibreoptic laryngeal intubation (although it
is limited to tracheal rubes of at least 4.5-5.0 mm
internal diameter), tracheostomy and rerrograde
intubation — all these carry risks and require consid-
erable skill.

The risk of anaesthesia is also increased in these
patients because of cardiovascular, urogenital and
neurological problems, and abnormalities of the skele-
tal muscles. Children with Kabuki syndrome often
have hypotonia, seizures and microcephaly. Digilio
and colleagues 7] presented the resules of cardiac
evaluations of 60 patients diagnosed with Kabuki
syndrome at their institution. Cardiac evaluation
included chest radiography, electrocardiogram and
two-dimensional and colour Doppler echocardio-
graphy. Thirty-five of the patients (38% ) had congen-
ital heart defects. The most commonly observed defects
were coarctation of the aorta (23%), atrial septal defect
(20% ) and ventricular septal defece (17%). Our patient
had been studied previously and a cranial CAT scan,
an clectroencephalogram, an abdominal ultrasound
and a Doppler echocardiography were available. Due
to the existing hypotonia and the possible difficule
airway, we did not use any neuromuscular blocking
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drugs and we made use of remifentanil. With this
drug, we obtained good conditions for tracheal intub-
ation and we did not need a high dose to maintain
haemodynamic stability and optimal conditions dur-
ing surgery. Nevertheless, it is important to bear
in mind the possible appearance of rigidity after
the administration of remifentanil. In a non-relaxed
patient, it is essential to inject the drug slowly. The
bolus, I pgkg ', should be administered intravenously
(i.v.) over 30s; in case of difficulty to ventilate che
lungs a muscle relaxant can be given.

Anaesthesiologists should be aware of a possible
difficule cracheal intubation and multiples associated
anomalies when dealing with the anaesthetic manage-
ment of a patient with Kabuki syndrome. We believe,
on the basis of chis single case, thar remifentanil — in
view of its pharmacokinetic and pharmacodynamic
features (small distribution volume, rapid metabolic
clearance and short peak effect time)— may be suitable
for use in chese patients where the perioperative man-
agement can be complicated.
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