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Kabuki syndrome: a Spanish case series
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Introduction:

Kabuki syndrome is a clinically heterogeneous multiple congenital malformation syndrome with distinctive facial features and developmental delay.
Two histone methyltransferase genes have been identified as causes, KMT2D and KDM6A (X chromosome).

Material and methods:

We present 20 cases diagnosed with Kabuki syndrome, seen at two large hospitals in Madrid, Spail
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Table 2: Ganatic testing results: 18 confismations of 19 testod

Results:

Age at diagnosis ranged from 5 months to 16 years. Female:male ratio was 12:8.

Eighteen cases had a molecular confirmation (17 KMT2D and 1 KDM6A mutation), one test is ongoing and one result was negative for both genes. Of
the 17 KMT2D mutations 8 (47%) were truncating (either nonsense or frameshift producing a downstream stop codon).

One case was found to carry 3 variants in KMT2D: 1 de novo nonsense (clearly pathogenic) and 2 missense variants inherited from an unaffected parent.

The combination of congenital anomalies, developmental delay and characteristic facial features was variable but the distinctive eyebrows and long
palpebral fissures reminiscent of the Kabuki make-up of Japanese theatre were present in all.

Additional features found in our series, rarely or not previously described as part of the syndrome, were trigonocephaly in one case, unilateral corneal
opacity and iris coloboma in another, and autoimmune cholangitis in the girl with KDM6A mutation. One patient died at 10 years from complications of
her heart anomalies. Interestingly, one case with a milder phenotype and less characteristic facial dysmorphism was found to be mosaic for a KMT2D
frameshift mutation.

Conclusions:
This is the first series of cases with Kabuki syndrome in Spain. Additional cranial, ophthalmological and hepatic features are shown. A case with
mosaicism for Kabuki syndrome is presented.
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REDCap is a secure web application for building and managing online surveys and databases. While REDCap can be
used to collect virtually any type of data (including 21 CFR Part 11, FISMA, and HIPAA-compliant environments), it is
specifically geared to support online or offline data capture for research studies and operations. The REDCap
Consortium, a vast support network of collaborators, is composed of thousands of active institutional partners in over
one hundred countries who utilize and support REDCap in various ways.




