Table S3. Characterization of genetic variation of mtDNA complete genomes
	Nucleotide

	Position

	Amino Acid substitution

	HG

	Status of mutation

	G143A
	Dloop
	
	U4a2
	

	T146C
	Dloop
	
	U4a2, U4b
	

	T152C

	Dloop

	
	U4a1, U4a2, U4b, U4d
	

	C152T
	Dloop
	
	U4a1
	

	G185A
	Dloop
	
	U4d
	

	A189G
	Dloop
	
	U4d
	

	C195T
	Dloop
	
	U4b
	

	T204C
	Dloop
	
	U4a1
	

	A214G
	Dloop
	
	U4a2
	

	A215G
	Dloop
	
	U4b, U4d
	

	G247A
	Dloop
	
	U4a2
	

	C296T
	Dloop
	
	U4a1
	

	T310C
	Dloop
	
	U4a2
	

	T629C
	tRNAphe
	
	U4d
	

	G709A
	rRNA 12S
	
	U4a2a
	

	A745G
	rRNA 12S
	
	U4a1
	

	T961C
	rRNA 12S
	
	U4a1
	

	rRNA 12S
	Dloop
	
	U4a1
	

	T1193C
	rRNA 12S
	
	U4b, U4d
	

	C1788T
	rRNA 16S
	
	U4c
	

	A2246G
	rRNA 16S
	
	U4a2*
	

	2405insC
	rRNA 16S
	
	U4d
	

	C2772T
	rRNA 16S
	
	U4d
	

	A2792G
	rRNA 16S
	
	U4a3
	

	T2887C
	rRNA 16S
	
	U4a2b
	

	C3204T
	rRNA 16S
	
	U4a1
	

	A3672G
	NADH I
	Synonymous (Ala)
	U4b
	

	A4811G
	NADH II
	Synonymous (Trp)
	U4c
	

	G5261A
	NADH II
	Synonymous (Trp)
	U4a2*
	

	T5567C
	tRNAtrp
	
	U4d
	

	5752delA
	L-strand origin
	U4b
	

	5899insC
	non-coding region
	U4a1
	

	C5945T
	COX I
	Synonymous (Asp)
	U4a2a
	

	G6047A
	COX I
	Synonymous (Leu)
	U4a2c
	

	A6146G
	COX I
	Synonymous (Trp)
	U4c
	

	C6164T
	COX I
	Synonymous (Ile)
	U4a2*
	

	G6383A
	COX I
	Synonymous (Gly)
	U4a2*
	

	C6665T
	COX I
	Synonymous (Ile)
	U4a3
	

	A6800G
	COX I
	Synonymous (Val)
	U4a2a
	

	A6929G
	COX I
	Synonymous (Leu)
	U4a3
	

	T7051C
	COX I
	Met-Thr
	U4a2c
	

	A7271G
	COX I
	Synonymous (Val)
	U4a1
	

	A7424G
	COX I
	Synonymous (Glu)
	U4a2a
	

	T7705C
	COX II
	Synonymous (Tyr)
	U4b
	

	G7762A
	COX II
	Synonymous (Glu)
	U4c
	

	C7816T
	COX II
	Synonymous (Ala)
	U4a1
	

	G7853A
	COX II
	Val-Ile
	U4a1
	

	G8027A
	COX II
	Ala-Thr
	U4a2*
	

	G8065A
	COX II
	Synonymous (Leu)
	U4a3
	

	G8155A
	COX II
	Synonymous (Gly)
	U4a1
	

	T8167C
	COX II
	Synonymous (Gly)
	U4a1
	

	T8496C
	ATPase 8
	Met-Thr
	U4a2a
	

	G8557A
	ATPase 6
	Ala-Thr
	U4a2a
	

	T8567C
	ATPase 6
	Ile-Thr
	U4a2c
	

	T8705C
	ATPase 6
	Met-Thr
	U4c
	

	C8818T
	ATPase 6
	Synonymous (Leu)
	U4a
	

	T9070G
	ATPase 6
	Ser-Ala
	U4c
	

	G9133A
	ATPase 6
	Glu-Lys
	U4c
	

	T9311C
	COX III
	Synonymous (Phe)
	U4a2a
	

	G9548A
	COX III
	Synonymous (Gly)
	U4a2c
	

	G9948A
	COX III
	Val-Ile
	U4a2b
	

	T9989C
	COX III
	Synonymous (Ser)
	U4b
	

	T10118C
	NADH III
	Synonymous (Ile)
	U4c
	

	A10523G
	NADH 4L
	Synonymous (Gly)
	U4b
	

	C10654T
	NADH 4L
	Ala-Val
	U4a2c
	

	C10676T
	NADH 4L
	Synonymous (Cys)
	U4c
	

	C10692T
	NADH 4L
	Synonymous (Leu)
	U4d
	

	T10790C
	NADH 4
	Synonymous (Leu)
	U4a1
	

	T10907C
	NADH 4
	Phe-Leu
	U4c
	

	T11009C
	NADH 4
	Synonymous (Leu)
	U4c
	

	C11143T
	NADH 4
	Synonymous (Pro)
	U4b
	

	G11176A
	NADH 4
	Synonymous (Glu)
	U4b
	

	C11326T
	NADH 4
	Synonymous (Ser)
	U4d
	

	T11339C
	NADH 4
	Synonymous (Leu)
	U4b
	

	C11497T
	NADH 4
	Synonymous (Leu)
	U4c
	

	G11518A
	NADH 4
	Synonymous (Leu)
	U4d
	

	C11674T
	NADH 4
	Synonymous (Thr)
	U4b
	

	T11809C
	NADH 4
	Synonymous (Thr)
	U4a1
	

	C11881T
	NADH 4
	Synonymous (Asn)
	U4a2a
	

	A12021C
	NADH 4
	His-Pro
	U4a2*
	

	A12182G
	tRNAhis
	
	U4c
	

	G12192A
	tRNAhis
	
	U4a2a
	

	T12609C
	NADH 5
	Synonymous (Pro)
	U4b
	

	G12618A
	NADH 5
	Synonymous (Leu)
	U4a1
	

	T12624C
	NADH 5
	Synonymous (Val)
	U4a2*
	

	A12937G
	NADH 5
	Met-Val
	U4a1
	

	A13105G
	NADH 5
	Ile-Val
	U4d
	

	G13145A
	NADH 5
	Ser-Asn
	U4d
	

	A13158G
	NADH 5
	Synonymous (Gln)
	U4a1
	

	A13398G
	NADH 5
	Synonymous (Glu)
	U4d
	

	A13528G
	NADH 5
	Thr-Ala
	U4b
	prov

	C13565T
	NADH 5
	Ser-Phe
	U4b
	

	G13708A
	NADH 5
	Ala-Thr
	U4b
	

	G13759A
	NADH 5
	Ala-Thr
	U4a2a
	

	T14110C
	NADH 5
	Phe-Leu
	U4a1
	

	T14319C
	NADH 6
	Asn-Asp
	U4a2a
	

	C14368T
	NADH 6
	Phe-Leu
	U4a1
	

	C14568T
	NADH 6
	Gly-Ser
	U4a1
	cfrm

	A14696G
	tRNAglu
	
	U4a2*
	

	T14766C
	CYT B
	Thr-Ile
	U4a2c
	

	C14866T
	CYT B
	Synonymous (Cys)
	U4c
	

	C14884T
	CYT B
	Synonymous (Thr)
	U4a1
	

	C15632T
	CYT B
	Synonymous (Leu)
	U4b
	

	C16134T
	Dloop
	
	U4a1
	

	C16150T
	Dloop
	
	U4a2
	

	C16169T
	Dloop
	
	U4a2
	

	T16172C
	Dloop
	
	U4a2
	

	C16179T
	Dloop
	
	U4c
	

	A16183C
	Dloop
	
	U4a2, U4d
	

	T16189C

	Dloop

	
	U4a1, U4a2 (3), U4d
	

	C16221T
	Dloop
	
	U4a1
	

	C16223T
	Dloop
	
	U4a2
	

	C16234T
	Dloop
	
	U4a1
	

	C16242A
	Dloop
	
	U4a2
	

	C16261T
	Dloop
	
	U4c
	

	A16265G
	Dloop
	
	U4a2
	

	G16274A
	Dloop
	
	U4a2
	

	T16288C
	Dloop
	
	U4a2
	

	T16294C
	Dloop
	
	U4a2
	

	C16295T
	Dloop
	
	U4a2
	

	C16301T
	Dloop
	
	U4a1
	

	G16319A
	Dloop
	
	U4a2
	

	C16356T
	Dloop
	
	U4a2
	

	C16360T
	Dloop
	
	U4a2
	

	T16362C
	Dloop
	
	U4a2 (3)
	

	A93G
	Dloop
	
	HV3, HV3c
	

	A95C
	Dloop
	
	HV3c
	

	T131C
	Dloop
	
	HV3a
	

	T146C

	Dloop

	
	HV3b, HV3, HV3c
	

	C152T
	Dloop
	
	HV3a
	

	G930A
	rRNA 12S
	
	HV3a
	

	T2850C
	rRNA 16S
	
	HV3d
	

	A3397G
	NADH I
	Met-Val
	HV3
	prov

	C3507T
	NADH I
	Synonymous (Thr)
	HV3b1
	

	T4080C
	NADH I
	Synonymous (Tyr)
	HV3a
	

	G5471A
	NADH II
	Synonymous (Thr)
	HV3c
	

	A5480G
	NADH II
	Synonymous (Leu)
	HV3a
	

	G5821A
	tRNAcys
	
	HV3
	

	G6755A
	COX I
	Synonymous (Gly)
	HV3b1
	

	G8545A
	ATPase 6
	Ala-Thr
	HV3b1
	

	G8994A
	ATPase 6
	Synonymous (Leu)
	HV3a
	

	A9151G
	ATPase 6
	Ile-Val
	HV3
	

	G9266A
	COX III
	Synonymous (Gly)
	HV3b1
	

	C9344T
	COX III
	Synonymous (Gly)
	HV3c
	

	G9630A
	COX III
	Val-Met
	HV3b1
	

	C11257T
	NADH 4
	Synonymous (Tyr)
	HV3a
	

	G11969A
	NADH 4
	Ala-Thr
	HV3b
	

	A12612G
	NADH 5
	Synonymous (Val)
	HV3b1
	

	G12684A
	NADH 5
	Synonymous (Gln)
	HV3c
	

	T13191C
	NADH 5
	Synonymous (Thr)
	HV3c
	

	C13449T
	NADH 5
	Synonymous (Thr)
	HV3a
	

	A13651G
	NADH 5
	Thr-Ala
	HV3a
	

	G14162A
	NADH 6
	Ala-Val
	HV3
	

	G14560A
	NADH 6
	Synonymous (Val)
	HV3c
	

	A15169G
	CYT B
	Synonymous (Trp)
	HV3a
	

	T15461C
	CYT B
	Synonymous (Leu)
	HV3a
	

	T16093C
	Dloop
	
	HV3a
	

	C16104T
	Dloop
	
	HV3a
	

	C16111T
	Dloop
	
	HV3
	

	A16113C
	Dloop
	
	HV3b1
	

	G16129A
	Dloop
	
	HV3
	

	T16172C
	Dloop
	
	HV3b
	

	C16266T
	Dloop
	
	HV3
	

	T16311C
	Dloop
	
	HV3
	

	T16249C
	Dloop
	
	HV3a
	

	C16261T
	Dloop
	
	HV3a
	

	G16274A
	Dloop
	
	HV3c
	

	C16278T
	Dloop
	
	HV3c
	

	A16300G
	Dloop
	
	HV3b
	

	C16354T
	Dloop
	
	HV3d
	

	T16519C
	Dloop
	
	HV3c
	

	G207A
	Dloop
	
	HV4a
	

	G709A
	rRNA 12S
	
	HV4a
	

	C1715T
	rRNA 16S
	
	HV4a
	

	T7094C
	COX I
	Synonymous (Phe)
	HV4
	

	T7278C
	COX I
	Phe-Leu
	HV4a
	

	C12061T
	NADH 4
	Synonymous (Asn)
	HV4*
	

	A12950G
	NADH 5
	Asn-Ser
	HV4a
	

	T14180C
	NADH 6
	Tyr-Cys
	HV4*
	

	G15777A
	CYT B
	Ser-Asn
	HV4a
	

	C15910T
	tRNAthr
	
	HV4a
	

	C16069T
	Dloop
	
	HV4a
	

	C295A
	Dloop
	
	R1
	

	A574G
	Dloop
	
	R1a
	

	T1391C
	rRNA 12S
	
	R1
	

	A3360G
	NADH I
	Synonymous (Ala)
	R1
	

	A4026G
	NADH I
	Synonymous (Thr)
	R1a
	

	A4917G
	NADH II
	Asn-Asp
	R1
	

	A5378G
	NADH II
	Synonymous (Thr)
	R1a
	

	C5586T
	non-coding
	R1
	

	A5823G
	tRNAcys
	
	R1
	

	G6261A
	COX I
	Ala-Thr
	R1a
	prov

	C6557T
	COX I
	Synonymous (Thr)
	R1
	

	T6671C
	COX I
	Synonymous (His)
	R1
	

	A7424G
	COX I
	Synonymous (Glu)
	R1a
	

	T7547C
	tRNAasp
	
	R1
	

	T8388C
	ATPase 8
	Val-Ala
	R1
	

	A8887G
	ATPase 6
	Ile-Val
	R1
	

	A9425G
	COX III
	Synonymous (Pro)
	R1a
	

	A10658G
	NADH 4L
	Synonymous (Met)
	R1
	

	A10825G
	NADH 4
	Synonymous (Met)
	R1
	

	A13105G
	NADH 5
	Ile-Val
	R1a
	

	G13368A
	NADH 5
	Synonymous (Gly)
	R1a
	

	C13948T
	NADH 5
	Pro-Ser
	R1
	

	G14162A
	NADH 6
	Ala-Val
	R1
	

	C14632T
	NADH 6
	Synonymous (Met)
	R1
	

	T14968C
	CYT B
	Synonymous (Asn)
	R1a
	

	G15497A
	CYT B
	Gly-Ser
	R1
	prov

	T15721C
	CYT B
	Synonymous (Tyr)
	R1
	

	T16090C
	Dloop
	
	R1a
	

	C16278T
	Dloop
	
	R1
	

	T16311C
	Dloop
	
	R1
	

	T16519C
	Dloop
	
	R1
	


According to the MitoMap (http://www.mitomap.org) notes, "prov" (provisional) status indicates that only one group has reported the mutation as pathogenic. “Cfrm"(confirmed) status indicates that more than one independent group has published a report on the pathogenicity of a specific mutation (although clinical phenotypes may be different) or independent occurrences of the mutation have resulted in a similar phenotype. Additional data will be necessary to confirm the pathogenic significance of some of these mutations. 

