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Full name: Ehlers-Danlos syndrome -UGent
Abbreviation: EDS

Laboratory: Centrum Medische Genetica - UZ Gent
Created: 11 Dec 2019 - 13:31

Changed: 14 Dec 2022 - 16:27

Related Diseases

o Arthrochalasia Ehlers-Danlos syndrome

e B3GALT6-related spondylodysplastic Ehlers-Danlos syndrome
e BAGALT7-related spondylodysplastic Ehlers-Danlos syndrome
e Bethlem myopathy

e Brittle cornea syndrome

e Cardiac-valvular Ehlers-Danlos syndrome

e Classical Ehlers-Danlos syndrome

e Classical-like Ehlers-Danlos syndrome type 2

e Congenital muscular dystrophy, Ullrich type

e Dermatosparaxis Ehlers-Danlos syndrome

e Desbuquois syndrome

e Ehlers-Danlos/osteogenesis imperfecta syndrome

e High bone mass osteogenesis imperfecta

o Kyphoscoliotic Ehlers-Danlos syndrome due to FKBP22 deficiency
o Kyphoscoliotic Ehlers-Danlos syndrome due to lysyl hydroxylase 1 deficiency
o Larsen-like syndrome, B3GATS3 type

e Musculocontractural Ehlers-Danlos syndrome

e Myopathic Ehlers-Danlos syndrome

e Periodontal Ehlers-Danlos syndrome

e RIN2 syndrome

e Reunion Island Larsen-like syndrome

o SLC39A13-related spondylodysplastic Ehlers-Danlos syndrome
e Vascular Ehlers-Danlos syndrome
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e XYLT1-CDG

Related Analytes

% OF CODING SEQUENCE SUFFICIENTLY COVERED TO DETECT

COPY NUMBER

GENE HETEROZYGOUS MUTATIONS VARIATION COMMENTS
ADAMTS? 100.00
AEBP1 100.00
B3GALT6 100.00
B3GAT3 100.00
BAGALT7 100.00
CiR 100.00
cis 100.00
CHST14 100.00
COL12A1 100.00
COL1A1 100.00
COL1A2 100.00
COL3A1 100.00
COL5A1 100.00
COL5A2 100.00
DSE 100.00
FKBP14 100.00
FLNA 100.00
FLNB 100.00
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% OF CODING SEQUENCE SUFFICIENTLY COVERED TO DETECT

COPY NUMBER

GENE HETEROZYGOUS MUTATIONS VARIATION COMMENTS
PLOD1 100.00
PRDM5 100.00
RIN2 100.00
SLC39A13 100.00
TAB2 100.00
XYLT1 100.00
XYLT2 100.00
ZNF469 100.00
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