DIAGNOSTIC CRITERIA FOR THE VASCULAR TYPE OF EDS (EDS IV)
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The Vascular Type of EDS (EDS Type IV, MIM 130050)

Diagnostic Criteria

The vascular type of EDS is inherited as an autosomal dominant trait, and is caused by
structural defects in the proa (lll) chain of collagen Il encoded by COL3A1. It has the
worst prognosis, is not so rare as usually considered, and is characterized as follows:

Major diagnostic criteria
e Thin, translucent skin (visible venous pattern over the chest) yes O no O

e Arterial/intestinal/uterine fragility or rupture yes Ono O
e Extensive bruising yes Ono O
e Characteristic facial appearance (thin nose, small lips, starring eyes, hollow

cheeks, missing ear lobe) yes Ono O

Minor diagnostic criteria

e Acrogeria (old looking hands and feet) yes Ono O
e Hypermobility of small joints yes Ono O
e Tendon and muscle rupture yes Ono O
e Talipes equinovarus (clubfoot) yesOno O
e Early-onset varicose veins yes Ono O
¢ Arteriovenous, carotid-cavernous sinus fistula yes O no O
e Pneumothorax/pneumohematothorax yes Ono O
e Gingival recession yes Ono O

e Positive family history, sudden death in (a) close relative(s) yes Ono O

Note: The presence of any two or more of the major criteria is highly indicative of the
diagnosis, and laboratory testing is strongly recommended.
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