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DISEASE:
Larsen-like syndrome, B3GAT3 type

NAME: Larsen-like syndrome, B3GAT3 type

Larsen-like syndrome, B3GAT3 type is a rare, genetic, primary bone dysplasia characterized by laxity,
dislocations and contractures of the joints, short stature, foot deformities (e.g. clubfeet), broad tips of fingers
and toes, short neck, dysmorphic facial features (hypertelorism, downslanting palpebral fissures, upturned
DESCRIPTION: nose with anteverted nares, high arched palate) and various cardiac malformations. Severe disease is
associated with multiple fractures, osteopenia, arachnodactyly and blue sclerae. A broad spectrum of
additional features, including scoliosis, radio-ulnar synostosis, mild developmental delay, and various eye
disorders (glaucoma, amblyopia, hyperopia, astigmatism, ptosis), are also reported.

ORPHACODE: 284139
SYNONYMS: Multiple joint dislocations-short stature-craniofacial dysmorphism-congenital heart defects syndrome
Orphanet
XREF(S): ICD-10
OMIM
ANALYTE(S): B3GAT3
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RELATED CONTENT

Related Genetic Tests

e Ehlers-Danlos syndroom, EDS (gene panel)

Related Laboratories

e Centrum Medische Genetica - UZ Gent

Related Analytes

e beta-1,3-glucuronyltransferase 3

Related Gene Panels

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