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Ehlers-Danlos Syndroom panel 
versie v5 (28 genen) Centrum voor Medische Genetica Gent 

   

   

Gene OMIM gene ID 
Associated phenotype, OMIM phenotype ID, phenotype 

mapping key and inheritance pattern 

ADAMTS2 604539 
Ehlers-Danlos syndrome, dermatosparaxis type, 225410 (3), Autosomal 

recessive 

AEBP1 602981 Ehlers-Danlos syndrome, classic-like, 2, 618000 (3), Autosomal recessive 

B3GALT6 615291 

Ehlers-Danlos syndrome, spondylodysplastic type, 2, 615349 (3), 
Autosomal recessive; Spondyloepimetaphyseal dysplasia with joint 

laxity, type 1, with or without fractures, 271640 (3), Autosomal 
recessive; Al-Gazali syndrome, 609465 (3), Autosomal recessive 

B3GAT3 606374 
Multiple joint dislocations, short stature, craniofacial dysmorphism, with 

or without congenital heart defects, 245600 (3), Autosomal recessive 

B4GALT7 604327 
Ehlers-Danlos syndrome, spondylodysplastic type, 1, 130070 (3), 

Autosomal recessive 

C1R 613785 
Ehlers-Danlos syndrome, periodontal type, 1, 130080 (3), Autosomal 

dominant 

C1S 120580 
C1s deficiency, 613783 (3); Ehlers-Danlos syndrome, periodontal type, 2, 

617174 (3), Autosomal dominant 

CHST14 608429 
Ehlers-Danlos syndrome, musculocontractural type 1, 601776 (3), 

Autosomal recessive 

COL12A1 120320 
Bethlem myopathy 2, 616471 (3), Autosomal dominant; ?Ullrich 

congenital muscular dystrophy 2, 616470 (3), Autosomal recessive 

COL1A1 120150 

Osteogenesis imperfecta, type II, 166210 (3), Autosomal dominant; 
Caffey disease, 114000 (3), Autosomal dominant; Ehlers-Danlos 

syndrome, arthrochalasia type, 1, 130060 (3), Autosomal dominant; 
Osteogenesis imperfecta, type I, 166200 (3), Autosomal dominant; 

{Bone mineral density variation QTL, osteoporosis}, 166710 (3), 
Autosomal dominant; Combined osteogenesis imperfecta and Ehlers-
Danlos syndrome 1, 619115 (3), Autosomal dominant; Osteogenesis 
imperfecta, type IV, 166220 (3), Autosomal dominant; Osteogenesis 

imperfecta, type III, 259420 (3), Autosomal dominant 

COL1A2 120160 

Osteogenesis imperfecta, type III, 259420 (3), Autosomal dominant; 
{Osteoporosis, postmenopausal}, 166710 (3), Autosomal dominant; 

Ehlers-Danlos syndrome, arthrochalasia type, 2, 617821 (3), Autosomal 
dominant; Combined osteogenesis imperfecta and Ehlers-Danlos 

syndrome 2, 619120 (3), Autosomal dominant; Ehlers-Danlos syndrome, 
cardiac valvular type, 225320 (3), Autosomal recessive; Osteogenesis 
imperfecta, type IV, 166220 (3), Autosomal dominant; Osteogenesis 

imperfecta, type II, 166210 (3), Autosomal dominant 
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COL3A1 120180 
Ehlers-Danlos syndrome, vascular type, 130050 (3), Autosomal 

dominant; Polymicrogyria with or without vascular-type EDS, 618343 
(3), Autosomal recessive 

COL5A1 120215 
Ehlers-Danlos syndrome, classic type, 1, 130000 (3), Autosomal 

dominant; Fibromuscular dysplasia, multifocal, 619329 (3), Autosomal 
dominant 

COL5A2 120190 
Ehlers-Danlos syndrome, classic type, 2, 130010 (3), Autosomal 

dominant 

DSE 605942 
Ehlers-Danlos syndrome, musculocontractural type 2, 615539 (3), 

Autosomal recessive 

FKBP14 614505 
Ehlers-Danlos syndrome, kyphoscoliotic type, 2, 614557 (3), Autosomal 

recessive 

FLNA 300017 

Otopalatodigital syndrome, type II, 304120 (3), X-linked dominant; 
Intestinal pseudoobstruction, neuronal, 300048 (3), X-linked recessive; 
Cardiac valvular dysplasia, X-linked, 314400 (3), X-linked; ?FG syndrome 
2, 300321 (3), X-linked; Melnick-Needles syndrome, 309350 (3), X-linked 
dominant; Terminal osseous dysplasia, 300244 (3), X-linked dominant; 

Congenital short bowel syndrome, 300048 (3), X-linked recessive; 
Otopalatodigital syndrome, type I, 311300 (3), X-linked dominant; 

Heterotopia, periventricular, 1, 300049 (3), X-linked dominant; 
Frontometaphyseal dysplasia 1, 305620 (3), X-linked recessive 

FLNB 603381 

Larsen syndrome, 150250 (3), Autosomal dominant; Atelosteogenesis, 
type I, 108720 (3), Autosomal dominant; Atelosteogenesis, type III, 
108721 (3), Autosomal dominant; Spondylocarpotarsal synostosis 

syndrome, 272460 (3), Autosomal recessive; Boomerang dysplasia, 
112310 (3), Autosomal dominant 

PLOD1 153454 
Ehlers-Danlos syndrome, kyphoscoliotic type, 1, 225400 (3), Autosomal 

recessive 

PLOD3 603066 Lysyl hydroxylase 3 deficiency, 612394 (3), Autosomal recessive 

PRDM5 614161 Brittle cornea syndrome 2, 614170 (3), Autosomal recessive 

RIN2 610222 
Macrocephaly, alopecia, cutis laxa, and scoliosis, 613075 (3), Autosomal 

recessive 

SLC39A13 608735 
Ehlers-Danlos syndrome, spondylodysplastic type, 3, 612350 (3), 

Autosomal recessive 

TAB2 605101 
Congenital heart defects, nonsyndromic, 2, 614980 (3), Autosomal 

dominant 

TNXB 600985 
Ehlers-Danlos syndrome, classic-like, 1, 606408 (3), Autosomal 

recessive; Vesicoureteral reflux 8, 615963 (3), Autosomal dominant 

XYLT1 608124 
Desbuquois dysplasia 2, 615777 (3), Autosomal recessive; 

{Pseudoxanthoma elasticum, modifier of severity of}, 264800 (3), 
Autosomal recessive 

XYLT2 608125 
{Pseudoxanthoma elasticum, modifier of severity of}, 264800 (3), 

Autosomal recessive; Spondyloocular syndrome, 605822 (3), Autosomal 
recessive 

ZNF469 612078 Brittle cornea syndrome 1, 229200 (3), Autosomal recessive 
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Gene symbols used are according to the HGNC guidelines. For some genes a previously HGNC-approved 
symbol is in brackets. 

Each Phenotype is followed by its MIM number, phenotype mapping key and inheritance pattern. 

OMIM release used for OMIM disease identifiers and descriptions: August 24, 2022 

 
Possible phenotype mapping keys  

(1) the disorder is placed on the map based on its association with a gene, but the underlying defect is 
not known 

(2) the disorder has been placed on the map by linkage; no mutation has been found 

(3) the molecular basis for the disorder is known; a mutation has been found in the gene 

(4) a contiguous gene deletion or duplication syndrome, multiple genes are deleted or duplicated 
causing the phenotype 

 
Brackets, "[ ]", indicate "nondiseases," mainly genetic variations that lead to apparently abnormal 
laboratory test values (e.g., dysalbuminemic euthyroidal hyperthyroxinemia). 
Braces, "{ }", indicate mutations that contribute to susceptibility to multifactorial disorders (e.g., 
diabetes, asthma) or to susceptibility to infection (e.g., malaria). 
A question mark, "?", before the phenotype name indicates that the relationship between the 
phenotype and gene is provisional. More details about this relationship are provided in the comment 
field of the map and in the gene and phenotype OMIM entries. 

 

 


