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Abstract 

6 year old boy of non-consanguineous parents presented with global developmental delay 

since infancy with history of two episodes of seizures in early childhood.  Examination, 

showed hyperactivity subnormal cognition, tight heel cords, weakness of limbs along with 

hypotonia, and sluggish tendon reflexes. Serum CK was 2138 IU/l. 

MR brain showed developmental malformations highly suggestive of alpha 

dystroglycanopathy variant of congenital muscular dystrophy. (Figure 1, A-E). Next 

generation sequencing showed two compound heterozygous variants of unknown 

significance in POMGNT-1 gene {Exon17 (chr1:46657796C>T) and Exon4 

(chr1:46662444A>G)}, in silico predictions of which were  probably damaging by 

PolyPhen-2 and damaging by Mutation Taster 2. 
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Figure 1. (Arrows added to mark all the salient MRI findings described in the figure legend) 

Figure1.  MRI brain showing characteristic structural anomalies of congenital muscular 
dystrophy (POMGNT1 mutation) 
 
A. T1 W axial images: Frontally predominant dysplastic cortex with poor grey-white matter 
differentiation with a cobblestone lissencephaly pattern (big arrow), islands of grey matter in 
white matter indicating heterotropia (small arrow) 
B. T2 W axial images: Hyperintensities in central white matter (right arrows) with relatively 
normal subcortical white matter (left arrows). 
C. T1 W sagittal images: Midbrain hypoplasia, fused colliculi with a thick tectum (big arrow) 
and relatively flat pons (small arrow) 
D. T2 W axial Images: Lateral cerebellar cysts (arrows) frequently reported in POMGNT1 
mutations. 
E. T1 W axial images: Pontocerebellar hypoplasia (right big arrow) with poorly formed 
cerebellar foliation (left small arrows). 
 

 

 ACCEPTED

Copyright © 2020 American Academy of Neurology. Unauthorized reproduction of this article is prohibited 



DOI 10.1212/WNL.0000000000011286
 published online December 4, 2020Neurology 

AS Jyotsna, K P Vinayan and Arun Grace Roy
Teaching Neuroimages: An imaging clue in a boy with developmental delay

This information is current as of December 4, 2020

Services
Updated Information &

 286.full
http://n.neurology.org/content/early/2020/12/04/WNL.0000000000011
including high resolution figures, can be found at:

  
Permissions & Licensing

 http://www.neurology.org/about/about_the_journal#permissions
its entirety can be found online at:
Information about reproducing this article in parts (figures,tables) or in

  
Reprints

 http://n.neurology.org/subscribers/advertise
Information about ordering reprints can be found online:

rights reserved. Print ISSN: 0028-3878. Online ISSN: 1526-632X.
1951, it is now a weekly with 48 issues per year. Copyright © 2020 American Academy of Neurology. All 

® is the official journal of the American Academy of Neurology. Published continuously sinceNeurology 

http://n.neurology.org/content/early/2020/12/04/WNL.0000000000011286.full
http://n.neurology.org/content/early/2020/12/04/WNL.0000000000011286.full
http://www.neurology.org/about/about_the_journal#permissions
http://n.neurology.org/subscribers/advertise

