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DISEASE:
DK1-CDG

NAME: DK1-CDG

DESCRIPTION:

DK1-CDG is characterised by muscular hypotonia and ichthyosis. It has been described in four children from 
two consanguineous families. All the affected children died during early infancy, two from dilated 
cardiomyopathy. The syndrome is caused by a deficiency in dolichol kinase 1 (DK1), an enzyme involved in 
the de novo biosynthesis of dolichol phosphate. The mutations identified in the DK1 gene led to a 96 to 98% 
reduction in DK activity.

ORPHACODE: 91131

SYNONYMS:

CDG syndrome type Im
CDG-Im
CDG1M
Carbohydrate deficient glycoprotein syndrome type Im
Congenital disorder of glycosylation type 1m
Congenital disorder of glycosylation type Im
Dolichol kinase deficiency
Hypotonia and ichthyosis due to dolichol phosphate deficiency

XREF(S):
Orphanet
ICD-10
OMIM

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=91131
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=91131
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=91131
https://icd.who.int/browse10/2016/en#/E77.8
https://icd.who.int/browse10/2016/en#/E77.8
https://icd.who.int/browse10/2016/en#/E77.8
https://www.omim.org/entry/610768
https://www.omim.org/entry/610768
https://www.omim.org/entry/610768


ANALYTE(S): DOLK
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RELATED CONTENT

Related Genetic Tests 

Congenital disorders of glycosylation (79 genes)
Neuromuscular disorders : congenital & distal myopathy, congenital muscle dystrophy / Limb-girdle muscular dystrophy / Rhabdomyolysis / Myopathy 
(with prominent contractures) / distal artrogryposis (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB
Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

dolichol kinase

Related Gene Panels 

Congenital disorders of glycosylation (79 genes) - KUL
Neuromuscular disorders (166 genes) - VUB
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