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Description
A baby boy was born to healthy, unrelated 
parents at 34 weeks gestation by caesarean 
section in view of an antenatal ultrasound diag-
nosis of hydrocephalus. Mother had a previous 
miscarriage at 13 weeks gestation of a twin preg-
nancy. At birth, the boy weighed 2.47 kg, was 
well and did not require resuscitation. Pregnancy 
was unremarkable with no significant events. At 
birth, a large head circumference was noted, but 
fontanelles were soft. The  Apgar score was 9 
at 1 and 10 min, baby had a good cry and was 
moving all four limbs. A CT scan of brain was 
done at 1-day old which showed obstructive 

hydrocephalus at the level of the cerebral aque-
duct. A ventriculoperitoneal (VP) shunt was 
inserted at 1-week old. The boy showed slow 
development over the subsequent years, he 
never suffered from seizures, however required 
growth hormone therapy. A small atrial septal 
defect was noted on echocardiogram. An MRI 
scan of head at 8 years and 8 months was done 
in view of developmental delay. This showed a 
normally sited VP shunt and no hydrocephalus. 
Rhomboencephalosynapsis was diagnosed with 
the absence of the cerebellar vermis and fusion 
of the cerebellar hemispheres, with transversely 
oriented inferior cerebellar folia. To date, no 
genetic diagnosis has been found.

Learning points

►► Rhombencephalosynapsis is a rare, idiopathic 
abnormality of the posterior fossa, characterised 
by the absence of the cerebellar vermis and 
fusion of the cerebellar hemispheres (figures 1 
and 2). Fusion may or may not include the 
cerebellar peduncles and colliculli and the 
dentate nuclei.1 2

►► Associated with several other anomalies, 
particularly of the midline. These include 
supratentorial anomalies, most commonly 
ventriculomegaly due to aqueductal stenosis. 
The corpus callosum may be normal, dysplastic 
or hypoplastic.2

►► Cerebellar abnormalities may be difficult 
to be detected on CT; MRI outlines the 
abnormality more clearly and hence 
rhombencephalosynapsis has been increasingly 
reported since the invention of MRI.1 2
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Figure 1  Axial T2-weighted images through the 
posterior fossa demonstrate fusion of the cerebellar 
hemispheres, with transversely oriented inferior 
cerebellar folia (panel A). The caudal cerebellar vermis 
is deficient (panel B). Note the abnormally shaped 
4th ventricle which assumes a ‘key hole’ shape (panel 
B). The radiological features are consistent with 
rhombencephalosynapsis.

Figure 2  Coronal T1-weighted images confirm 
deficiency of the caudal vermis resulting in fusion of the 
cerebellar hemispheres (panel A). The cerebellar folia are 
noted to be horizontally oriented (panel B). Incidental 
note is also made of established bilateral parieto-occipital 
infarcts, the cause of which could not be identified.

 on 9 A
pril 2024 by guest. P

rotected by copyright.
http://casereports.bm

j.com
/

B
M

J C
ase R

eports: first published as 10.1136/bcr-2017-220211 on 23 O
ctober 2017. D

ow
nloaded from

 

http://casereports.bmj.com/
http://crossmark.crossref.org
http://casereports.bmj.com/


2 Arrigo S, Grech R. BMJ Case Rep 2017. doi:10.1136/bcr-2017-220211

Copyright 2017 BMJ Publishing Group. All rights reserved. For permission to reuse any of this content visit
http://group.bmj.com/group/rights-licensing/permissions.
BMJ Case Report Fellows may re-use this article for personal use and teaching without any further permission.

Become a Fellow of BMJ Case Reports today and you can:
►► Submit as many cases as you like
►► Enjoy fast sympathetic peer review and rapid publication of accepted articles
►► Access all the published articles
►► Re-use any of the published material for personal use and teaching without further permission

For information on Institutional Fellowships contact consortiasales@bmjgroup.com

Visit casereports.bmj.com for more articles like this and to become a Fellow

Images in…
 on 9 A

pril 2024 by guest. P
rotected by copyright.

http://casereports.bm
j.com

/
B

M
J C

ase R
eports: first published as 10.1136/bcr-2017-220211 on 23 O

ctober 2017. D
ow

nloaded from
 

http://casereports.bmj.com/

