
 
2q32 Deletion (Vascular Ehlers-Danlos Syndrome) 

Deletions of 2q32 are not very common, but individuals 
may present with the well characterized Vascular Ehlers-
Danlos Syndrome (vEDS). vEDS is caused by mutations in 
the COL3A1 gene, which is located within the 2q32 
region1. There are several key characteristics of vEDS 
including vascular and hollow organ complications, skin 
findings, characteristic facial features, and joint 
hypermobility2. It should be noted that individuals who 
have deletions of the COL3A1 gene tend to have more 
mild clinical symptoms when compared to those with 
mutations within the COL3A1 gene2. Although severe symptoms such as 
vascular or organ complications are possible, they occur at a lower 
frequency in those with vEDS due to 2q32 deletions2.

 
One of the most common, and potentially severe, manifestations of vEDS are 
complications with the vascular system and hollow organs. Vascular complications 
including aortic dissection, aortic dilations, varicose veins, easy bleeding and 
bruising are all commonly seen1,2. Oftentimes, individuals with vEDS may present 
with vascular complications early in life (some as early as their teens), but these 
findings are not as commonly seen in those with deletions of 2q322. Additionally, 
there is concern for hollow organ fragility. This may cause features like colon 
perforation, collapsed lung, or uterine rupture during pregnancy1,2. 
 
Although vascular and organ complications are potentially the most severe, it is 
also common for individuals with vEDS to present with various skin findings. 
These findings may include thin, translucent skin, hyper-elastic skin, abnormal 
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scarring1. Although vascular complications are less commonly seen in those with 
2q32 deletions, thin or translucent skin is commonly seen3. 
 
It is possible for some individuals with 2q32 deletions to present with facial 
features that are typically seen in individuals with vEDS. This may include a 
delicate midface, thin lips, attached earlobes, prominent eyes, thin or pinched 
nose2. 
 
Joint hypermobility is a common clinical finding of several subtypes of Ehlers-
Danlos Syndrome. While some subtypes, such as classical EDS, present with more 
generalized joint hypermobility, vEDS more commonly presents with small joint 
hypermobility2.
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