Table 3 (Appendix). Disease-associated positions on mtDNA harboring common variants in the POAAGG population. The average variance frequencies were estimated from Pool-seq on the POOAAG study population, disease associations were derived from the literature and MITOMAP annotation, haplogroup associations are from Build 16 of PhyloTree. Bold font indicates that a nominally significant association with POAG was confirmed by Sanger sequencing. 


	Pool-seq
variance frequency
	
	Position (rCRS)
	Locus
	Disease association*
	Disease allele
	Amino acid change
	Haplogroup(s)

	30%
	
	195
	DLOOP
	BD
	C
	noncoding
	Many 

	21%
	
	2352
	RNR2
	possibly LVNC
	C
	16S rRNA
	L3e L1b + other (non-L)

	17%
	
	16270
	DLOOP
	Melanoma patients
	T
	noncoding
	L3h1a2b  L1b + other (non-L)

	12%
	
	1438
	RNR1
	SZ-associated
	A
	12S rRNA
	L0d  L1b + other (non-L)

	11%
	
	3308
	ND1
	MELAS/ LVNC/DEAF enhancer
	C
	Met>Thr
	L1b L2a1c1 + other (non-L)

	8%
	
	12236
	TS2
	DEAF
	A
	tRNA Ser
	L3h1a2a1 L2b'c L5a + other (non-L)

	8%
	
	5655
	TA
	DEAF enhancer
	C
	tRNA Ala
	L1b1 + other (non-L)

	7%
	
	10398
	ND3
	PD protective factor, breast cancer risk
	G
	Thr>Ala
	L1c1a1 L0d1b1 L3e1a3 + other (non-L)

	6%
	
	3010
	RNR2
	CVS with migraine, linezolid sensitivity
	A
	16S rRNA
	L2a1c, L4b1a    L0a4 + other (non-L, e.g H65a, J1)

	6%
	
	10086
	ND3
	Hypertensive end-stage renal disease
	G
	Asn>Asp
	L3b + other (non-L)

	6%
	
	921
	RNR1
	Possibly LVNC
	C
	12S rRNA
	L3d1'2'3'4'5'6

	5%
	
	15784
	CYTB
	FBC, microbiome regulation
	C
	syn.
	L1c2a, L2a1

	5%
	
	15942
	TT
	Possibly LVNC
	C
	tRNA Thr
	L3e1 + other (non-L)

	5%
	
	750
	RNR1
	SZ-associated
	A
	12S rRNA
	L3e3'4'5 + other (non-L)

	4%
	
	16192
	DLOOP
	Melanoma
	T
	noncoding
	L0a4  L3h1a1 + other (non-L)

	4%
	
	5460
	ND2
	AD / PD
	A
	Ala>Thr
	many

	4%
	
	5814
	TC
	Mitochondrial encephalopathy
	C
	tRNA Cys
	L2b

	4%
	
	6663
	CO1
	Prostate cancer
	G
	Ile>Val
	L2a1c

	3%
	
	15812
	CYB
	LHON secondary
	A
	Val>Met
	L2a4a L3e3b + other (non-L)

	3%
	
	15043
	CYB
	MDD-associated
	A
	syn.
	L2c2a + other (non-L)

	3%
	
	6150
	CO1
	Prostate cancer
	A
	Val>Ile
	L1c2 + other (non-L)

	3%
	
	3796
	ND1
	Adult-onset dystonia
	G
	Thr>Ala
	other (non-L)

	3%
	
	6253
	CO1
	Prostate cancer
	C
	Met>Thr
	L1c2 + other (non-L)
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