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A Case of Craniofrontonasal Dysplasia Diagnosed at Birth
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Sang Kee Park, M.D. and Eun Young Kim, M.D.
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Craniofrontonasal dysplasia(CFND), a rare congenital syndrome, is characterized by varying degrees
of frontonasal dysplasia, craniosynostosis, and variable extracranial abnormalities. It was first report-
ed by Cohen in 1979. The inheritance pattern is not straightforward. Although all modes of Men-
delian inheritance have been suggested, the most plausible explanation is that this is an X-linked
condition with the unusual situation of complete expression in females, and minimal to no expression
in males. In our case, CFND was diagnosed in a female neonate who had unilateral coronal cra-
niosynostosis, frontal bossing, orbital hypertelorism, broad nasal root, clefting nasal tip, corpus callo-
sum agenesis and mild extremity abnormalities. (J Korean Pediatr Soc 2003;46:1044-1046)
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B oege oo Al52A diacluiels FAsavsds ¥y 2w ALT 118 IU/LCIlew, W &4 At CRP= 0.336
li LH“g“‘f N JUR mg/dL, TORCH= &73¢ldth 2ol Mg diab o] AL
i s € Al 0 WA G40 DA 6 XX i)
Tel : 062)220-3040  Fax : 062)227-2904 (p12¢13) 5:7‘4_ Heou A4 Wolgolglr)

E-mail : sskey@mail.chosun.ac.kr

- 1044 -



2ol oAl 46 W A 10 & 200349

\

Fig. 2. The left foot of patient shows the overlapping of 1st
and 2nd toes, 4th and 5th toes.

Fig. 4. Brain MR midsagittal study shows absence of the
corpus callosum.
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Fig. 3. Skull AP film shows elevation of the orbit on the el A 1 ] o gor7iel 3= 7l
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