	Patients (by Biochemistry Categories)
	Gene
	No
(n)
	Assessment
(ys)
	Brain image results

	
	
	
	
	Lesion in deep nuclei
	Brain atrophy
	[bookmark: OLE_LINK41]Cortical/subcortical white matter
	Lesion in deep white matter
	[bookmark: OLE_LINK48]Diffused cerebellar atrophy

	mtDNA mutations(n=54)

	[bookmark: OLE_LINK30][bookmark: OLE_LINK31]mtDNA maintenance, expression and translation
	MT-TL1
	30
	8.5(0.1-16.3)
	14(46.7)
	15(50.0)
	15(50.0)
	9(26.7)
	4(13.3)

	
	MT-TN
	1
	3.9
	1(100)
	1(100)
	1(100)
	1(100)
	0(0)

	
	MT-TK
	2
	2.5(2.3-2.6)
	1/2(50)
	2/2(100)
	1(50)
	0(0)
	0(0)

	
	TRNE
	1
	0.1
	0(0)
	1(100)
	0(0)
	1(100)
	0(0)

	[bookmark: OLE_LINK43]OXPHOS subunits, assembly factors, and electron carriers
	MT-ATP6
	5
	1.0(0.7-6.2)
	1(20.0)
	0(0)
	0(0)
	0(0)
	0(0)

	
	MT-ND1
	1
	0.3
	1(100)
	1(100)
	0(0)
	0(0)
	0(0)

	
	MT-ND4
	1
	4.8
	1(100)
	0(0)
	0(0)
	0(0)
	0(0)

	
	MT-ND5
	1
	3.9
	1(100)
	1(100)
	0(0)
	0(0)
	0(0)

	
	MT-ND6
	4
	2.7(0.5-3.3)
	4(100)
	0(0)
	0(0)
	0(0)
	0(0)

	
	CO3
	3
	1.8(1.0-5.0)
	2(66.7)
	1(33.3)
	1(33.3)
	0(0)
	0(0)

	mtDNA large-scale deletion
	/
	5
	10.1(0.8-14.3)
	2(40.0)
	2(40.0)
	2(40.0)
	0(0)
	2(40)

	Total
	/
	54
	6.0(0.1-16.3)
	28(51.9)
	24(44.4)
	20(37.0)
	15(18.5)
	6(11.1)

	nDNA mutations(n=23)

	mtDNA maintenance, expression and translation
	POLG
	5
	3(60)
	4(80)
	1(20)
	2(40)
	0(0)
	3(60)

	
	CARS2
	1
	0(0)
	1(100)
	0(0)
	0(0)
	0(0)
	0(0)

	OXPHOS subunits, assembly factors, and electron carriers
	FOXRED1
	2
	2(100)
	2(100)
	1(50)
	1(50)
	0(0)
	2(100)

	
	NDUFV1
	1
	1(100)
	0(0)
	0(0)
	0(0)
	0(0)
	1(100)

	
	NDUFAF5
	2
	2(100)
	0(0)
	2(100)
	1(50)
	0(0)
	2(100)

	
	NDUFAF6
	1
	1(100)
	0(0)
	0(0)
	1(100)
	0(0)
	1(100)

	
	SURF1
	1
	1(100)
	0(0)
	0(0)
	0(0)
	0(0)
	1(100)

	
	COX10
	1
	1(100)
	1(100)
	0(0)
	1(100)
	0(0)
	1(100)

	[bookmark: OLE_LINK44]Metabolism of substrates
	PDHA1
	3
	1(33.3)
	1(33.3)
	0(0)
	1(33.3)
	0(0)
	1(33.3)

	[bookmark: OLE_LINK45]Metabolism of cofactors
	IBA57
	3
	1(33.3)
	0(0)
	0(0)
	3(100)
	0(0)
	1(33.3)

	
	TPK1
	1
	1(100)
	0(0)
	0(0)
	0(0)
	0(0)
	1(100)

	[bookmark: OLE_LINK46]Metabolism of toxic compounds
	HIBCH
	1
	1(100)
	0(0)
	0(0)
	0(0)
	0(0)
	1(100)

	[bookmark: OLE_LINK47]Mitochondrial dynamics, homeostasis and quality control
	MST01
	1
	0(0)
	0(0)
	0(0)
	0(0)
	1(100)
	0(0)

	Total
	/
	23
	15(65.2)
	9(39.1)
	4(17.3)
	10(43.5)
	1(4.3)
	15(65.2)



