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Abstract  

Glycoprofile characterization of patient with defect in galactosylation 
Congenital disorders of glycosylation (CDG) are a group of rare inherited disorders caused by defects in 

glycosylation. Most of these disorders are caused by defect in protein N-glycosylation. A patient with positive 
screening test for CDG, isoelectric focusation of serum transferrin and with genetically confirmed mutation in 
gene SLC35A2, causing CDG IIm, underwent a detailed analysis of blood serum transferrin and whole 
N-glycoprofile by MALDI- -glycans and serum transferrin 
by MALDI-TOF revealed abnormal glycoprofile with increased presence of agalactosylated and 
monogalactosylated glycans. In total serum two significantly increased abberant glycans lacking galactose and 
sialic acid (m/z 1661,8357 Da, m/z 2227,1091 Da), common for this type of CDG, were identified There was also 
significantly increased third glycan (m/z 1906,962 Da) that can serve with other two as biomarker for this type of 
CDG.  

 

Keywords: galactose transporter; congenital disorders of glycosylation; MALDI-TOF MS  

 

 

  metabolizme, 

v 

 angl. congenital disorders of 

 -

enz  

-

lipid-viazan Glc3Man9GlcNAc2) a jeho prenosu na 

 



808 

 

izoelektricke

 a SLC35A2, 

-  

v 

SLC35A2-CDG [3  4] U 

 

 

N-glykoprofilu pacienta s vrodenou poruchou gl

N-

s -TOF/TOF, z angl. matrix-assisted laser 

desorption/ionization-  b

 

 

  

-glykoprofilu pacienta : K 

 10 mM Tris-

sa v

sa k 

porous graphic carbon, ENVI-Carb, Supelco). 

 ri -  

 

 

zmesi DMSO/NaOH, ktor  tret  vo vysu enej trecej miske. 

 

nej trepa

-

k ny sa v 



809 

2

 

-

 (0,14 M NaCl + 

-

 

  

Pre MALDI-

(Groundsteel, Bruker Daltonics, USA) 

- kyselina 2,4-dihydroxybenzoo   

-TOF 

 

 

vzorka pacienta. 

 

 

a -glykoprofilu 

a  -TOF. 

-glyk nov pacienta 

zou F) zmeny v 

   pacienta boli v  kontrolnou vzorkou 

-

Da, m/z 1906,962 Da, m/z 2081,0512 Da) a - m/z 

 

 celkovom glykoprofile pacienta oproti kontrolnej vzorke (Obr. 1) 

po  

-



810

v kontrolnej vzorke a (m/z 1661,8357 Da) a 5-

Obr. 1. MALDI- -
pacienta a kontrolnej vzorky

N-

vo vzorke pacienta

a 
(%) v kontrolnej 

vzorke
Hex3HexNAc4 (1661,8357 Da) 5,4 % 0 %
Hex4HexNAc4 (1865,9355 Da) 2,7 % 0,2 %
Hex3HexNAc5 (1906,962 Da) 5,5 % 0,5%

Hex3HexNAc5Fuc (2081,0512 Da) 2,3 % 0,3 %
Hex4HexNAc4NeuAc (2227,1091 

Da)
10,6 % 0,9 % 

Hex4HexNAc5Fuc (2285,151 Da) 1,9% 1% 
Hex5HexNAc4NeuAc2 (2792, 3826 

Da)
10,9 % 34,3 %

-

N- undancii 

(m/z 2792, 3826 Da - Hex5HexNAc4NeuAc2) [5]. Podobne 

ako v -

identifikovala zmeny v

s m/z 1661,8357 Da, m/z 1865,9355 Da , m/z 2227,1091 Da a
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Obr. 2. MALDI- -
kontrolnej vzorky

V -TOF 

identifikovali N-glykoprofil pacienta a -

N-glykoprofile pacienta boli 

a - 2227,1091, m/z 2285,151) 

v

hmot

pacienta. Rovnako ako v celkovom N-glykoprofile, aj v

m/z 1865,9355 Da, m/z 2227,1091 Da a
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a Golgiho
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