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COMMENTS TO AUTHORS 

The ms of Awad et al desribes a neonate case with concomitant achondroplasia and Chiari II 

malformation (CMII). According to a literature review performed by the authors this is the first case 

report of a patient with this combination. This is definitely an interesting case that is thoroughly 

documented. Even though I am not an expert in the interpretation of MRI images everything seems 

to be very well described. Apparently, the genetic cause for CMII has not yet been identified but 

animal models and candidate genes are nicely discussed. However, with regard to the potential link 

between the two conditions I would find it interesting to show or at least mention the result of the 

FGFR3 mutation analysis. I know that 99% of the achondroplasia cases are caused by the Gly380Arg 

substitution but a lot more very rare mutations were identified over the last years. Maybe the 

knowledge of the mutation could give some insight into the underlying pathomechanism especially 

as some of the very rare mutations in FGFR3 were also associated with cranial malformations, like e.g. 

Crouzon syndrome, Muenke syndrome and others. 
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