Table 1. Genetic etiology identified in a total of 46 families affected by DOORS
syndrome.

Genetic etiology Number of families (%0)
TBC1D24 13 (28%)

GPI biosynthesis genes 8 (17%)
ATP6V1B2 8 (17%)
SWI/SNF complex genes (Coffin-Siris syndrome) 5 (11%)
Potassium channel genes (Zimmermann-Laband 3 (7%)
syndrome)

Other genes (UBE3B, TANGO2, SON) 3 (7%)
Unidentified genetic etiology 6 (13%)




