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CDG, S

Interpretation L

Abnormal result. Although the mono-oligosaccharide transferrin
to di-oligosaccharide transferrin ratios were nomal, unusual
transferrin glycoform variants, suggesting a transferrin isoforms
missing one sialic acid; two sialic acids, and missing one sialic
acid plus galactose were detected in increased amounts.
Apolipoprotein-Clll profile with increased Apo Clll-1/Apo ClII-2
Ratio. These findings may be indicative of a diagnosis of CDG
type |l (deficiencies in subunits of the Conserved Oligomeric
Golgi (COG) complex (see Zeevaert, R. Mol Genet Metab 93
(2008) 15-21). We need clinical information to provide further
interpretation. Please contact the Biochemical Genetics
consultant on call (Tel. 1-800-533-1710) if you have any
questions or to discuss further options for diagnostic work-up.

ADDITIONAL INFORMATION
Affinity Chromatography-Mass Spectrometry (MS)

Tri-sialo/Di-oligo Ratio MCR
Reference Value
A\ 0.13 e

Laboratory Notes

Apo Clll-1/Apo CllI-2 Ratio

Reference Value
A\ 3.75 Ay

Reason for Referral
CDG

Mono-oligo/Di-oligo Ratio

Reference Value
0.05 <0.06
A-oligo/Di-oligo Ratio

Reference Value
O . 01 0 <0.011
Apo CllI-0/Apo Clll-2 Ratio

Reference Value
0.42 <0.48
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