	Mutation
	Family ID
	Positive (+) or negative (−) for mutation
	Affected, unaffected or unknown (p=proband)

	Exon 2-5 del
	DOA101
	+
	affected (P)

	Exon 10-16 del
	DOA102
	+
	affected (P)

	Exon 25-26 del
	DOA103
	+
	affected (P)

	 
	 
	+
	affected

	 
	DOA104
	+
	affected (P)

	 
	DOA105
	+
	affected (P)

	 
	 
	−
	unaffected

	 
	 
	+
	affected

	 
	 
	−
	unaffected

	Exon 26-27 del
	DOA106
	+
	affected (P)

	 
	 
	+
	affected

	Exon 28 del
	DOA107
	+
	affected (P)

	 
	 
	−
	unaffected

	 
	DOA108 (fig. 1)
	+
	affected (P)

	 
	
	+
	affected

	 
	
	+
	affected

	 
	
	+
	affected

	 
	
	+
	affected

	 
	 
	−
	unaffected

	OPA1 complete deletion
	DOA109
	+
	affected (P)

	 
	DOA110
	+
	affected (P)

	 
	 
	+
	affected

	 
	 
	−
	unaffected


Supplementary table 1. Overview of deletions found in the presented families. Investigated family members are listed as affected or unaffected based on their clinical status. (P) indicates proband. The presence of the deletion in an individuals is designated with a “+”, and the absence with a “-“. 

family members were investigated and found clinical affected and positive or negative for the mutation. 
