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Figure 4. MALDI-TOF mass spectra of permethylated N-glycans released from serum samples. Measurements were performed in the
positive-ion mode and all ions are present in sodiated form. Green circles, mannose; yellow circles, galactose; blue squares, N-acetyl
glucosamine; red triangles, fucose; purple diamonds, SA.

homozygote variant (c.797A ! T p.Asp266Val) on SLC35A3
was retained as causative. Both parents were heterozy-
gote. The protein product of this gene is necessary for
the entry of activated GlcNAc into the GA [16]. In sum-
mary, these genetic results led to the unambiguous diag-
nosis of MGAT2-CDG (Patient 1), ATP6V0A2-CDG (Pa-
tient 2), SLC35A2-CDG (Patient 3), and SLC35A3-CDG
(Patient 4).

4 Discussion

Patient 1 showed nonspecific but severe neurological and
multiorgan clinical symptoms motivating CDG screening.
SDS-PAGE Western blot and 2DE profiles of serum glycopro-
teins from this patient proved extremely altered with almost
the complete loss of complex sialylated oligosaccharide struc-
tures leading to the appearance of unusual species with both
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