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F, 15 years, Axial hypotonia, mild-moderate ID,
Abnormalities in coagulation.

Abnormal pattern
Suggestive for CDG-I

Exclude galactosemia,fructosaemia, alcool

F, 3 years, seizure, axial hypotonia.

Normal pattern
Not suggestive for CDG
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M, 4 years, Global developmental delay,
autism spectrum disorder, bruising
susceptibility.

Normal pattern
Not suggestive for CDG

Possible Trf variant. Although clinically not
evocative, MAN1B1-CDG cannot be formally
excluded.




