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DISEASE:
XYLT1-CDG

NAME: XYLT1-CDG

XYLT1-CDG is a rare congenital disorder of glycosylation characterized by moderate intellectual disability,
short stature, mild skeletal changes and distinctive facial features with coarse face, synophyrs and deep
nasolabial ridges. Skeletal features include broad ribs, stocky long bones, short femoral necks with coxa
valga, clinodactyly and broad thumbs.

DESCRIPTION:

ORPHACODE: 370930
. Orphanet
XREF(S): ICD-10
ANALYTE(S): XYLT1
CREATED: 13 May 2019 - 01:02
CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/1800



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=370930
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=370930
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=370930
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
file:///var/www/gentest.healthdata.be/docroot//analyte/1504
file:///var/www/gentest.healthdata.be/docroot//analyte/1504
file:///var/www/gentest.healthdata.be/docroot//analyte/1504
http://gentest.healthdata.be/disease/1800
http://gentest.healthdata.be/disease/1800
http://gentest.healthdata.be/disease/1800

RELATED CONTENT

Related Genetic Tests

e Ehlers-Danlos syndroom, EDS (gene panel)

Related Laboratories

e Centrum Medische Genetica - UZ Gent

Related Analytes

o xylosyltransferase 1

Related Gene Panels

e Ehlers-Danlos syndrome -UGent
e Recessive Ehlers-Danlos Syndrome (11 genes) - UGent
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