HOtAOHADIIIY ST - W11 A H 12 2008

Aleta ofshust doksheta, vl elsta,
AFRNS L TNt AP A T dokatetad, el st

=

to
-
_>._
O
E
-
fo
al
J

SIS - HYS - 05|+ - O|KIH T - FAUET - SME

A Case of Congenital Hepatic Fibrosis in Kabuki Syndrome
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Kabuki syndrome is characterized by peculiar facial features, developmental delay, and mental retardation.
Congenital hepatic abnormalities in Kabuki syndrome patients have been sporadically reported in the
literature and consist of extrahepatic biliary atresia, neonatal sclerosing cholangitis, and transient neonatal
cholestasis. We report here a case of congenital hepatic fibrosis in a patient with Kabuki syndrome. To
our knowledge, only one case of congenital hepatic fibrosis has been reported in the setting of Kabuki
syndrome. (Korean J Pediatr Gastroenterol Nutr 2008; 11: 60~ 64)
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Fig. 1. The portal tract shows thick fibrous band containing
proliferating and cystically dilated dysmorphic bile duct,
suggestive of congenital hepatic fibrosis (H&E stain, x40).
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Fig. 2, Patient at 10 years of age. Note large anteverted ears,
arched eyebrows, dispersed lateral one-third of the eyebrows,
lower lateral eyelid eversion, depressed nasal tip, and thin
upper lip.
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Fig. 3. (A) Axial T2-weighted image
shows thining of the cortical gray
matter of both temporal lobes
associated with prominent Sylvian
fissures, (B) Coronal T2-weighted
image demonstrates focal increas-
ed signal intensity in the both sides
of external capsules,
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