	Patient number
	Final diagnosis
	Percent enzyme activity
	Diagnostic enzymology
	mtDNA testing
	Relevant mutations found

	1
	complex I
	I+III (11%)†
	Muscle homogenate1
	A
	

	2
	complex I
	brother: I (0%)
	Isolated muscle mito2
	A
	

	3
	complex I
	I (0%)
	Isolated muscle mito2
	A
	

	4
	mtDNA tRNAIle mutation
	
	
	C
	4295A>G (P)*

	5
	complex I
	I (0%)
	Isolated muscle mito2
	C
	

	6
	complex II
	
	Muscle OXPHOS1
	A
	

	7
	complex III
	I + III (20%); III (20%)
	Isolated muscle mito1; skin1
	C
	

	8
	complex I
	I (0%)
	Isolated muscle mito2
	A
	

	9
	mtDNA mutation in complex I
	I (26%)
	
	A, C
	3397A>G (P)

	10
	complex I
	I (0%), I+III (14%)
	Isolated muscle mito2
	A
	

	11
	complex I
	sister: I (0%)
	Isolated muscle mito2
	sister = A
	

	12
	complex I
	I (0%), I+III (10%)
	Isolated muscle mito2
	A
	

	13
	complex I
	I (0%)
	Muscle homogenate1
	A
	

	14
	complex IV
	
	Muscle OXPHOS1
	A, C
	11809T>C (U)

	15
	complex I
	I+III (10%)†
	Muscle homogenate1
	A, C
	

	16
	complex I
	I (0%)
	Isolated muscle mito2
	B
	

	17
	complex III
	
	Muscle OXPHOS1
	C
	

	18
	complex II
	II+III (18%), II (32%)
	Muscle homogenate1
	A
	

	19
	complex III
	III (18%)
	Isolated muscle mito1
	
	

	20
	complex III
	I+III (15%), III (15%); III (28%)
	Muscle homogenate1; skin1
	C
	

	21
	complex III
	III (14%)
	Liver homogenate1
	
	

	22
	complex I
	I+III (7%)†
	Muscle homogenate1
	A
	3394T>C (U)

	23
	complex I
	sister: I (0%), I+III (15%)
	Isolated muscle mito2
	A, C
	11984T>C (U)

	24
	complex I
	I (0%), I+III (19%)
	Isolated muscle mito2
	A, C
	

	25
	complex I
	I (20%)
	Isolated muscle mito2
	A, C
	10394C>T (U)


