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Control region (D-loop)
16024 16365 173 340 438 574

HV1 HV2 HV3
16024 - .-~ 576

1/16,569

mtGenome
16,569° bp

Coding region

<+— Light (L) strand
Heavy (H)"J ght (L)

strand

19 1. Mitochondrial DNA control region (CR) with
hypervariable region (HV) commonly analyzed in forensic
genetics.
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B¥E AEE QIAamp® DNA Mini Kit (Qiagen, Hilden,
Germany)E o]&3lo] A ZALe] X Ao Wl DNAS =339 ).

FZ% A]E+F Nanodrop 1000 spectrophotometer (Thermo

i

Fisher scientific, Waltham, MA, USA)E o] &3] &5 54
gt & -20Cel BA3IGth AEE Ing/ul@ 3A35t thg @

Aol A ALgH AL,



3. CE W& o] &3 mEZEeol DNA 24 99 &4

ob DNA =4 Gl el 95 E483lt. CE 24& A%
THAELAANZ(PCR) £F=2 2.0ul®] Gold ST*R 10X PCR
Buffer (Promega Corp., Madison, WI, USA), 0.6 uM¢] 3z}o]H
(primer) (X 1), 1.5 U9 AmpliTag Gold DNA Polymerase
(Thermo Fisher Scientific) ¢+ 1ng®] DNAE &3ste] & 20ul=
=HlEth EFES & Alole H, Veriti® 96-Well Thermal
Cycler (Thermo Fisher Scientific)ol F&F3le], 95CeolA 11&7t
WAAAI7] AL 94Tl Al 202, 56 CellA 30%, 72TColA 30x9] =4
o= 353 T whe & HIFTHOE T2TolA TR WA
4°CollA FA] Baeginh. PCR A =2 2 2.0ul®] ExoSAP-IT™
PCR Product Cleanup Reagent (Thermo Fisher Scientific)E %7}
ko] 37ColA 453, 80TolA 156+ 3+ HEg3ste] FAbES A A s}
9tt. Sanger WHS o] &3 g9 EAS Macrogen, Inc
(Seoul, Republic of Korea)olAl Fa¥ o, =4 9 PCR %
D7 GEA o] AR Zgo]m ] VI Ee Elol Ydsit
Al A3E Bl SR Segscape v2.6 & o83 FE AVIA

A1 (revised Cambridge Reference Sequence, rCRS)e| tH] &}
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Q7ML WolE It dojR fAVINE WHol= A e
(International Society for Forensic Genetics, ISFG)7} A|¢t3t &

o] 2 71E2H Y. SHE nESR=gol DNA 24 99

lo

71449 WolZ ulgte g EMPOP mtDNA database v4'92 %3]

SERIHS AHSAT

3 1. Amplification and sequencing primers for analyzing
mitochondrial DNA control region.

Primer Usage Sequence (5°—=3°)

Amplification

F15975 . CTC CAC CAT TAG CAC CCA AA
& Sequencing

Re35 ~ Lmplification GAT GTG AGC CCG TCT AAA CA
& Sequencing

F16524 Sequencing AAG CCT AAA TAG CCC ACA CG

RO42 Sequencing AGA GCT CCC GTG AGT GGT TA

11 -



ol Fek Az vEF=glo} DNA AA 99 MPS 43
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H

b 21 W9l PCRE o] 4% vEZEeol DNA A4 99 5%

=0l FAek A8 mEZ=gol DNA A 99 d7A9S
24E 98 mEZ=ol A4 DNAE F 79 1 MR o
PCRE 83kt 71 W9l PCR £3E2 2.0ul9 10X LA PCR
Buffer II with Mg2+ (Takara Bio, Inc., Kusatu, Shiga, Japan)<}
2.5 mM®e dNTP (Takara Bio, Inc.), 1.5 U9 Takara LA Taq HS

(Takara Bio, Inc.)& B]Z3)] Fendt® %o 984 9d%% 0.5uMY

[H

zetolw ok A Ingel DNAE E§tsle] F 20ulz FHl el

)

StES & A olFE ), Veriti® 96-Well Thermal Cycler (Thermo

(ot

Fisher Scientific)oll &&3}o], 94Co| A 1837 HMA A 7|3l 94T

A 20%, 60TClA 30%, 68TAA 99 7102 26-283] =3

ju}

S & HETH o7 72ToA 1087 wSAIZl & 4TCoA ZHA]
B3t PCRS Ba wHeEox TZ 2HES Agilent 12000 kit
(Agilent Technologies, Palo Alto, CA, USA)Z o]&3}o] Agilent

2100 Bioanalyzer (Agilent)E E3 A=At 2 Alad F 719

<% e EA FFE 2 F s=E SAEEA, vE 9
28-S 95kl Ing/w= 81X 3t 133t



. MPS gtelBd 2] (Library) A2t 2 43

21 ¥l PCRZ A2 wEZEgol dal DNA S34bE 7H2
1.25ngE Ao = Nextera XT library preparation kit (Illumina,
San Diego, CA, USA)E AF&3l AZALe] A Ald] we} MPS 2]
Bejgs  AFeeith. AdE golHYEls KAPA  Library
Quantification Kit (KAPA Biosystems, Woburn, MA, USA)E °]-§
sFo] 7500 Real-Time PCR system (Thermo Fisher Scientific)®l
A A=A AAlel whEl AT AE golBeglE 20nM
9 FEE T AL & 0.6u19 AMPure Bead (Beckman Coulter,
Brea, CA, USA)E ol&sto] AlzAle] A Aol upe} AAlste] s}
© 3719 golpYgrts A FAES AT FAlE 2ol
By ©A] Agilent 12000kit (Agilent) ¢} Agilent 2100
Bioanalyzer (Agilent)& AF&3ste] &Rlsiditt. 1 % KAPA

Library Quantification Kit (KAPA Biosystems)S ©]-&3}o] A3}

K

c 54 ghell mEbd HEFH o 10nMe] TEZ TY Ao |
sttt #=vE mEZ=gol A DNA #golrzzgls thadow
[llumina MiSeq Reagent v3 Kit (IIlumina) 2} MiSeq (Illumina)“d¥]
£ o]&3lo] 300bpY & €S ¢J& (Paired-end read) WH o=

Az AN e A sk,
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T} MPS Z23Z o]&3 nEZ=go} DNA AA 9 d7)jAdg A

o] Am 4]

MiSeq (Illumina) FHIZFE L& MPSA = FASTQ 3 3
2 AAEYT. do]d FASQ file2 Cutadapt v 1.18%'& o] &3
e AAAE A A8, read quality 200]4 o] FHEE EH
(trimming) 391 th. HE=¥ FASTQ file BWA-mem™& ©]&3}¢]
rCRSel s3] Adaqleh. ot Hx 47 Aded digh gl
A WA 93] vEZE=gel DNAZYH A3 f=2 74

gt o) T (Break point)o] A7|B=R ol5 X3l 2d 99

7 sAE FxE A7) Aol 5ol AP o] F GATK™
Base Recalibration X8 AF&3le base qualitys R AsHL,
GATK MuTect29] mlEFZ=glo} DNA WHo] $%F REE o] &3
A7IAE Wlols Ak AEAd LHFE A B3I Wo|=
GATK®| FilterMutectCalls ®&< A§3te] HE H (filtering) 3}
Atk F7IAE ®eol= AMEATE 100X o]l A dste] =
=519, doiF AVIME Wels FAMA#8HE] (International

Society for Forensic Genetics, ISFG)7} A<t & efifo] 2tA 7]

- 14 -



=299l A old A Wo|= A Awvla A7} 400X o]itolH,

wol o] Amel A7t AR AWA 5%ol 4l Aol Fate] Tl

e
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oL, do] o]y Wol= 1 Ao B oA A=
A5 258EH 9 nEZ=gol DNA AA| @74 E WHo|E nigo
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Y

1% 2. T-brake in hypervariable region 1. The T-brake in
hypervariable region 1 usually located on np 16189. The loss of
the T-brake is described in the electropherogram below.
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2. Illumina MiSeq #41& =12l Fo Alx9] mlEF=g]o} DNA

AA o] golnele) Az Ax

oA qE 3ol "o AR nEEs=gol A DNAY
&l 71 Hel PCRES F33sttl. 2100 bioanalyzer (Agilent
Technologies)® PCR A& &<l A3 Fx Q7INEES 7I+2
= 747} 8,379bpet 8,604bp 719 F i AWom FF 4zl

AAHEASTS Gkl (27 3). ol FHFRAAERRTH

OFO
=
s
%

Nextera XT DNA library preparation kit (Illumina)& ©]
glolB#g]Z AlFaldt. 1 A3k 800~1500bp el ho]H ez
7F Aoz FAEdorm, oF 800~1000bp Ftell A 7MY =2
TEE e AR IAFHAY (2 4). vEZE=gor DNA A
g9 2ol B 2= KAPA quantification kit (KAPA Biosystems)S

o]-&3 A3 Tl AHA YAHJSS Ll
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[bp] Ladder Fragment Fragment Fragment Fragment Fragment Fragment
A B A B A B
5008 5008 S010 S010 012 S0012

17000 —
10380 —

[ — — e —
7000 —

3000 —

3000 —

2000 —
1500 —

1000 —

700 —

500 —

300 —

100 -

50 —

19 3. Two long— range PCR amplicon. Each of the two
fragments were verified by the 2100 bioanalyzer (S008, SO10,
and S012).
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[bp] Ladder $027_Lib $079_Lib

17000 — S— — — 07 L
10380 — —— Fb,- -

7000 — ——
S000 — —

000 — We— e
2000 — S—
1500 — —
1000 — —— 0 JM:TLA
700 — E— Il | R
D WS W0 M [
SO0 — ee— :Fb: Son.bb
80+
£+
300 — s— 4+
04
1, B
100 — se— I T T e
S0 — we— S 50 m m lm lm [b]

19 4. Verification of whole mtDNA MPS library. The libraries
were constructed by Nextera XT DNA library preparation kit
using the 2100 bioanalyzer (S007, S079).
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3. 3=l Hek A8 mEZ=g ol DNA AA| 49 MPS
2 3}

A grol By ElE MiSeq (Illumina) B S o] £3le] MPS
T AT F 376 9] =l Hw AR PEZEE ok DNA

AA Ao AA HE 7569X 9 AWYAES BHIT (28 D).

Whole mtGenome

16,569bp

19 5. The whole mtGenome coverage map obtained from MPS
data.
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4. =2l Hu AR5 wEFZE=gol DNA HA 99 A7|M4

HoAdqte A dojx MPS Z¥= GATK Mutect2 o] Zelele:
o] && AUt WEZ=g o} DNA 4] o|gFH WolEs A9 g
BE 971 NG Wols A RAss| oA AAIg W] g 7]
Z5) o). nEZ =20l DNAS 4] HeE =4 oA A

doz FFgstozN A ¢ B VMG WHolE dS F 9

gom o]5ZRE EMPOP DNA database v4E o] &3] |43 3}

SRS AT 5 ASdT F 376719 EH WY T 12770 A
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3t 2. Observed whole mtGenome haplotype and haplogroup of the Korean population

Sample ID Haplogroup®

CodR indel”

Whole mtGenome haplotype

—_

S001

M8a2c

960DEL

73G 152C 263G 315.1C 489C 750G 960DEL 1438G 2706G 2835T 3290C 4715G 4769G
5297T 6179A 7028T 7196A 8584A 8684T 8701G 8860G 9540C 10398G 10400T 10873C
11719A 12705T 14470C 14766T 14783C 15043A 15244G 15301A 15326G 15487T
16223T 16298C 16319A

S002

M10alb

3172.1C

73G 152C 263G 315.1C 489C 709A 750G 1438G 2706G 3172.1C 4140T 4769G 5102G
7028T 7250G 8701G 8793C 8856A 8860G 9540C 9770C 10398G 10400T 10646A
10873C 11024T 11719A 12549T 12705T 13152G 14502C 14766T 14783C 15040T
15043A 15071C 15218G 15301A 15326G 16066G 16093C 16223T 16311C

S003

M7blalal

73G 150T 199C 263G 315.1C 489C 750G 1438G 2706G 4048A 4071T 4164G 4769G
5351G 5460A 6455T 6680C 7028T 7684C 7853A 8701G 8860G 9540C 9824C 10345C
10398G 10400T 10873C 11719A 12405T 12705T 12811C 14766T 14783C 15002A
15043A 15301A 15326G 16129A 16182C 16189C 16223T 16297C 16298C

S004

G2ale

73G 263G 315.1C 489C 709A 750G 1438G 2706G 4769G 4833G 5108C 5601T 7028T
7600A 8541A 8701G 8860G 9377G 9540C 9575A 10398G 10400T 10873C 11719A
12705T 13563G 14200C 14569A 14766T 14783C 15043A 15301A 15326G 16051G
16150Y 16223T 16278T 16362C

S005

F4ala

73G 146C 152C 207A 249DEL 263G 315.1C 750G 1438G 2706G 3290C 3699G 3970T
4769G 5263T 6386Y 6392C 6852A 7028T 7861C 8860G 9007G 10310A 10915C 11038G
11719A 12153T 12396C 12408C 12630A 13602C 13928C 14766T 15326G 15670C
16093C 16207G 16304C 16311C 16362C 16399G 16497G

S007

Flbla

73G 152C 249DEL 263G 315.1C 523DEL 524DEL 629C 750G 1438G 2706G 3970T
4732G 4769G 5147A 6392C 6962A 7028T 8860G 10310A 10609C 10976T 11719A
12406A 12633T 12882T 13928C 14476A 14766T 15326G 16129A 16182C 16183C
16189C 16232A 16249C 16304C 16311C 16344T 16519C

-23-



Continued)

No.

Sample ID Haplogroup

*

CodR indel”

Whole mtGenome haplotype

]

S008

D4a3b

73G 152C 263G 315.1C 489C 750G 1189C 1438G 2706G 3010A 3206T 4769G 4883T
5178A 5466G 7028T 7912A 8414T 8473C 8701G 8860G 9254G 9540C 10398G 10400T
10873C 11719A 12705T 14668T 14766T 14783C 14979C 15040T 15043A 15301A
15326G 16093C 16129A 16223T 16249C 16362C

S009

M9alala

73G 263G 315.1C 489C 750G 1041G 1438G 2706G 3394C 4491A 4769G 7028T 8701G
8860G 9242G 9540C 10398G 10400T 10873C 11719A 11963A 12705T 13731G 14308C
14766T 14783C 15043A 15301A 15326G 16223T 16234T 16316G 16362C

S010

M7claZal

73G 146C 199C 263G 315.1C 489C 523DEL 524DEL 750G 1438G 2706G 3882A 4071T
4769G 4850T 4917R 5442C 6053T 6365C 6455T 7028T 7961C 8538C 8701G 8860G
9540C 9824C 10398G 10400T 10873C 11665T 11719A 12091C 12705T 12804C 13269G
14182Y 14755T 14766T 14783C 15043A 15301A 15326G 16223T 16294T 16295T
16519C

10

S012

D4j+ 16311

73G 263G 315.1C 489C 750G 769A 1438G 2706G 3010A 4769G 4883T 5178A 7028T
7080Y 8414T 8701G 8860G 9540C 10398G 10400T 10873C 11696A 11719A 12705T
14587G 14668T 14766T 14783C 15043A 15301A 15326G 15758R 16171G 16223T
16291T 16311C 16362C

11

S014

D4llal

73G 263G 315.1C 489C 750G 1310T 1438G 2706G 3010A 3535C 4769G 4883T 5147A
5178A 7028T 8414T 8701G 8860G 93556G 9540C 10398G 10400T 10427A 10873C
11719A 12705T 14668T 14766T 14783C 15043A 15301A 15326G 16223T 16362C
16368C

12

S015

N9al

73G 150T 200G 263G 315.1C 750G 789C 1438G 2706G 4386C 4769G 5231A 5417A
7028T 7124G 8860G 11719A 12007A 12358G 12372A 12705T 14766T 15326G 16111T
16129A 16223T 16257A 16261T
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13

S017

D4cla

191.1A

73G 191.1A 194T 199C 207A 263G 315.1C 489C 750G 1438G 2706G 2766T 3010A 3391A
4769G 4883T 5178A 7028T 7375R 8414T 8701G 8860G 9540C 9755A 9977C 10398G 10400T
10873C 11719A 12705T 14668T 14766T 14783C 15043A 15301A 15326G 16245T 16362C

14

S018

Y1

73G 146C 263G 315.1C 709A 750G 1438G 2706G 3834A 4562G 4769G 5417A 7028T 8392A
8803G 8860G 10379G 10398G 11719A 12705T 14178C 14693G 14766T 15326G 16126C
16231C 16266T 16319A 16399G 16519C

15

S019

D4j+ 16311

73G 263G 315.1C 489C 750G 769A 1438G 2706G 3010A 4769G 4883T 5178A 7028T 8414T
8701G 8860G 9540C 10398G 10400T 10873C 11696A 11719A 12705T 13225A 14668T
14766T 14783C 15043A 15301A 15326G 16171G 16223T 16291T 16311C 16362C

16

S020

G3aZla

73G 143A 152C 263G 315.1C 489C 709A 750G 1438G 2706G 4769G 4833G 5108C 6086C
6221C 7028T 7621C 8701G 8860G 9540C 10398G 10400T 10873C 10969T 11719A 12705T
14569A 14766T 14783C 15043A 15301A 15326G 15746G 16189C 16223T 16265C 16274A
16362C 16465T

17

S021

M7cla3

5752DEL

73G 146C 199C 263G 315.1C 489C 523DEL 524DEL 750G 1438G 2706G 3882A 4071T 4769G
4850T 5442C 5752DEL 6455T 7028T 8701G 8860G 9540C 9824C 10398G 10400T 10873C
11665T 11719A 12091C 12705T 14766T 14783C 15043A 15301A 15326G 16223T 16295T
16319A 16519C

18

S022

Aba

2156.1A

73G 195C 235G 263G 315.1C 523DEL 524DEL 663G 750G 1438G 1736G 2156.1A 2706G
4248C 4655A 4769G 4824G 7028T 8563G 8794T 8860G 11536T 11647T 11719A 12705T
14766T 15326G 15519C 16187T 16223T 16290T 16319A 16519C

19

S023

G2alc2

73G 263G 315.1C 489C 709A 750G 1041G 1438G 2706G 4769G 4833G 5108C 5601T 7028T
7337A 7600A 8701G 8860G 9377G 9540C 9575A 10398G 10400T 10873C 11719A 12705T
13563G 14200C 14569A 14766T 14783C 15043A 15301A 15326G 16183C 16189C 16194G
16195C 16223T 16227G 16278T 16362C 16519C

- 25 -



Continued)

No.

Sample ID Haplogroup®

CodR indel”

Whole mtGenome haplotype

20

S025

D4elal

73G 94A 194T 263G 315.1C 489C 750G 1438G 2706G 3010A 3316A 4769G 4883T
5178A 5964C 7028T 7269A 8414T 8701G 8860G 9536 T 9540C 10398G 10400T 10873C
11215T 11719A 12705T 14207R 14470C 14668T 14766T 14783C 15043A 15301A
15326G 15924G 16093C 16176T 16223T 16362C

21

S026

M7clada

5899.1C

73G 146C 199C 263G 315.1C 489C 523DEL 524DEL 750G 1438G 2706G 3882A 4071T
4769G 4850T 5054A 5442C 5899.1C 6455T 7028T 8701G 8860G 9540C 9797C 9824C
10398G 10400T 10873C 11665T 11719A 11815A 12091C 12705T 12906A 14766T
14783C 15043A 15301A 15326G 16172Y 16173T 16223T 16295T 16362C 16519C

22

S027

Yla

73G 146C 263G 315.1C 750G 1438G 2706G 3834A 4769G 5417A 5979A 7028T 7933G
8392A 8860G 10398G 11719A 12705T 14178C 14693G 14766T 15326G 16126C 16231C
16256Y 16266T 16519C

23

S028

z3

73G 143A 152C 249DEL 263G 315.1C 489C 750G 1438G 2706G 3618C 4715G 4769G
6752G 7028T 7196A 8584A 8701G 8860G 9090C 9540C 10208C 10398G 10400T
10873C 11719A 11864C 12705T 12810G 13359C 13620C 14766T 14783C 15043A
15301A 15326G 15487T 15784C 15820T 16185T 16209C 16223T 16260T 16298C

24

S029

M7alal

5899.1C

73G 263G 315.1C 489C 523DEL 524DEL 750G 1438G 2626C 2706G 2772T 4386C
4769G 4958G 5899.1C 6455T 7028T 8701G 8860G 9540C 9824C 10398G 10400T
10589A 10873C 11017C 11084G 11719A 11722C 12705T 12771A 14364A 14766T
14783C 15043A 15301A 15326G 16209C 16223T 16324C

25

S030

Flg

73G 152C 249DEL 263G 315.1C 523DEL 524DEL 750G 1438G 2389T 2706G 3398C
3970T 4769G 6392C 6827C 6962A 7028T 8285T 8860G 8902A 10310A 10609C 11719A
12406A 12882T 13928C 14071G 14766T 15326G 16092C 16183C 16189C 16304C
16519C
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26

S031

M7blalh

73G 150T 199C 263G 315.1C 489C 524.1A 524.2C 750G 1438G 2706G 4048A 4071T
4164G 4769G 5330T 5351G 5460A 6455T 6680C 7028T 7684C 7853A 8701G 8860G
9540C 9824C 10397G 10398G 10400T 10873C 11719A 12405T 12705T 12811C 14766T
14783C 15043A 15301A 15326G 16086C 16129A 16192T 16223T 16297C

27

S032

D4g2

73G 263G 298T 315.1C 489C 750G 1438G 1555R 2706G 3010A 3398C 4769G 4883T
5178A 5231A 7028T 8414T 8701G 8860G 9540C 10398G 10400T 10873C 11719A
12705T 13104G 14668T 14766T 14783C 15043A 15301A 15326G 16189C 16223T
16362C 16519C

28

S033

D4il

73G 263G 315.1C 489C 750G 1438G 2706G 3010A 4769G 4883T 5178A 5773A 7028T
8414T 8701G 8860G 9540C 10398G 10400T 10873C 11719A 12705T 14668T 14766T
14783C 15043A 15299C 15301A 15326G 16179T 16223T 16263C 16294T 16362C
16519C

29

S034

D4t

73G 315.1C 489C 750G 1438G 2706G 3010A 4769G 4883T 5178A 7028T 8414T 8701G
8860G 9540C 10398G 10400T 10873C 11719A 12705T 13356C 13928A 14668T 14766T
14783C 15043A 15301A 15326G 15901G 16223T 16362C

30

S035

D4b2b2

73G 194T 263G 315.1C 489C 523DEL 524DEL 750G 1382C 1438G 2706G 3010A 4769G
4883T 5178A 7028T 8020A 8414T 8701G 8860G 8964T 9296T 9440T 9540C 9824A
10398G 10400T 10873C 11719A 12358G 12705T 14668T 14766T 14783C 15043A
15301A 15326G 16172C 16234T 16362C 16519C

31

S036

Glala

73G 150T 263G 315.1C 489C 709A 750G 1438G 2706G 4769G 4793G 4833G 5108C
7028T 7867T 8200C 8701G 8860G 9540C 9950C 10398G 10400T 10873C 11719A
11914A 12705T 14569A 14766T 14783C 15043A 15301A 15323A 15326G 15497A
15860G 16223T 16325C 16362C 16519C

-27 -



Continued)

No.

Sample ID Haplogroup®

CodR indel”

Whole mtGenome haplotype

32

S037

MS8a2c

73G 152C 263G 315.1C 489C 750G 1438G 2706G 2835T 3290C 4715G 4769G 5297T
6179A 7028T 7196A 8584A 8684T 8701G 8860G 8950R 9540C 10398G 10400T 10873C
11719A 12705T 14470C 14766T 14783C 15043A 15244G 15301A 15326G 15487T
16183C 16189C 16223T 16298C 16319A

33

S038

Glala

73G 93G 150T 263G 315.1C 489C 709A 750G 1438G 2706G 4769G 4793G 4833G 5108C
7028T 7867T 8200C 8701G 8860G 9540C 10398G 10400T 10873C 11719A 11914A
12366G 12705T 14569A 14766T 14783C 15043A 15301A 15323A 15326G 15497A
15860G 16223T 16325C 16343G 16362C 16519C

34

S039

M7cl

73G 146C 199C 263G 315.1C 489C 523DEL 524DEL 750G 1438G 2706G 3483A 4071T
4769G 4850T 5442C 6455T 7028T 7279C 7299G 7859A 8280G 8701G 8860G 9540C
9824C 10398G 10400T 10873C 11665T 11719A 12091C 12501A 12564T 12705T
14766T 14783C 15043A 15301A 15326G 16223T 16295T 16319A 16519C

35

S041

D4b2b1

73G 152C 194T 263G 315.1C 489C 523DEL 524DEL 750G 1382C 1438G 2706G 3010A
4769G 4883T 5178A 5632T 7028T 8020A 8414T 8701G 8860G 8964T 9296T 9540C
9824A 10398G 10400T 10873C 11719A 12705T 14605G 14668T 14766T 14783C
15043A 15301A 15326G 16223T 16362C 16519C

36

S042

D4

73G 152C 263G 315.1C 489C 750G 1438G 2706G 3010A 3603T 3764T 4769G 4883T
5178A 7028T 7762A 8343R 8414T 8701G 8860G 9540C 10398G 10400T 10873C
11719A 12351C 12705T 14668T 14766T 14783C 15043A 15301A 15326G 16223T
16274A 16362C

37

S044

M9alala

73G 263G 315.1C 489C 750G 980C 1041G 1438G 2706G 3394C 4491A 4769G 7028T
8701G 8860G 9242G 9540C 10398G 10400T 10873C 11719A 11854C 11963A 12705T
13731G 13928A 14308C 14766T 14783C 15043A 15301A 15326G 16094C 16223T
16234T 16280R 16316G 16362C 16519C
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38

S045

z4

15944DEL
5746.1G

73G 151Y 152C 249DEL 263G 315.1C 489C 750G 1438G 2706G 4715G 4769G 4991A
5746.1G 6326T 6752G 7028T 7196A 8292A 8584A 8701G 8860G 9090C 9540C 10398G
10400T 10873C 11719A 12705T 13818C 14766T 14783C 15043A 15301A 15326G
15475G 15487T 15784C 15944DEL 16185T 16223T 16260T 16298C 16362C 16519C

39

S047

Flblalal

73G 152C 249DEL 263G 315.1C 523DEL 524DEL 750G 1438G 1927A 2706G 3970T
4705C 4732G 4769G 5049T 5147A 6392C 6962A 7028T 8860G 10310A 10609C 10976T
11719A 12406A 12633T 12882T 13928C 14476A 14766T 15326G 15954G 16129A
16182C 16183C 16189C 16232A 16249C 16304C 16311C 16344T 16519C

40

S048

G2b2

73G 263G 315.1C 489C 709A 750G 1282A 1438G 2706G 2833R 3593C 4769G 4833G
5108C 5601T 6932G 7028T 7705C 8279Y 8701G 8860G 8877C 8896A 9540C 10398G
10400T 10873C 11002G 11719A 12705T 13563G 14569A 14766T 14783C 15043A
15301A 15326G 16223T 16362C 16519C

41

S049

M9alalb

73G 153G 263G 315.1C 489C 750G 1041G 1438G 2706G 3394C 4491A 4769G 5951G
7028T 8701G 8860G 9115G 9242G 9540C 10398G 10400T 10873C 11719A 12705T
13434G 14308C 14766T 14783C 15043A 15301A 15326G 16223T 16234T 16300G
16316G 16362C

42

S050

B4a4

8281-8289
DEL

73G 152C 188R 193G 263G 315.1C 523DEL 524DEL 709A 750G 1438G 2706G 4769G
5465C 7028T 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL 8287DEL
8288DEL 8289DEL 8860G 9123A 11719A 12088T 14751T 14766T 15326G 16182C
16183C 16189C 16217C 16261T 16299G 16519C

43

S051

D4;3

73G 263G 315.1C 489C 750G 1438G 2706G 3010A 4769G 4883 T 5178A 6488C 7028T
8414T 8701G 8860G 9540C 10398G 10400T 10463C 10873C 11696A 11719A 12705T
14668T 14766T 14783C 15043A 15301A 15326G 16184T 16223T 16311C 16362C
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44

S052

M10Oalalbl

3172.1C

73G 146C 152C 263G 315.1C 489C 523DEL 524DEL 709A 750G 1438G 2706G 3172.1C
3866C 4140T 4769G 7028T 7250G 8701G 8793C 8856A 8860G 9540C 10398G 10400T
10529G 10646A 10873C 11002G 11719A 12549T 12630A 12633T 12634R 12705T
13135A 13152G 14502C 14766T 14783C 15040T 15043A 15071C 15218G 15301A
15326G 16193T 16223T 16311C 16357C 16497G

45

S053

D4j

73G 263G 315.1C 489C 603G 750G 1438G 2706G 3010A 4769G 4883T 5178A 7028T
8414T 8701G 8860G 9540C 10110G 10398G 10400T 10873C 11696A 11719A 12705T
14668T 14766T 14783C 15043A 15301A 15326G 15670C 16223T 16293G 16362C

46

S054

Flal

73G 249DEL 263G 315.1C 523DEL 524DEL 548T 750G 1438G 2416C 2706G 3970T
4086T 4769G 5821A 5984G 6392C 6962A 7028T 8601G 8860G 9053A 9548A 10310A
10609C 11653G 11719A 12406A 12882T 13269G 13759A 13928C 14766T 14870G
15326G 16129A 16162G 16172C 16304C 16519C

47

S055

Glalal

73G 150T 263G 315.1C 489C 709A 750G 827G 1438G 1822C 2706G 3736A 4769G
4793G 4833G 5108C 7028T 7867T 8200C 8701G 8860G 9540C 10398G 10400T 10873C
11719A 11914A 12705T 13386C 13434R 14569A 14766T 14783C 15043A 15301A
15323A 15326G 15497A 15860G 16075C 16223T 16325C 16362C 16519C

48

S056

M7ala9

5899.1C

73G 151T 263G 315.1C 489C 523DEL 524DEL 750G 1438G 2626C 2706G 2772T 4048A
4386C 4769G 4958G 5899.1C 6455T 7028T 8701G 8860G 9540C 9824C 10398G 10400T
10873C 11017C 11084G 11719A 12705T 12771A 14025C 14218C 14364A 14766T
14783C 15043A 15301A 15326G 15394C 16209C 16223T 16324C 16519C

49

S057

D4bZb

73G 194T 263G 315.1C 489C 523DEL 524DEL 709A 750G 1382C 1438G 2706G 3010A
4769G 4883T 5178A 5320G 7028T 8020A 8414T 8701G 8860G 8964T 9296T 9540C
9824A 10398G 10400T 10873C 11719A 12705T 14668T 14766T 14783C 15043A
15301A 15326G 16111T 16186T 16223T 16362C 16519C
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50

S058

M7blalalb

73G 150T 199C 263G 315.1C 489C 750G 1438G 2706G 3567T 4048A 4071T 4113A
4164G 4769G 5351G 5460A 6455T 6680C 7028T 7684C 7853A 8701G 8860G 9540C
9824C 10345C 10353T 10398G 10400T 10873C 11719A 12405T 12705T 12811C
14766T 14783C 15043A 15301A 15326G 16129A 16189C 16223T 16297C 16298C
16519C

51

S059

Flalb

64T 73G 249DEL 263G 315.1C 523DEL 524DEL 750G 1438G 2706G 3970T 4086T
4769G 6392C 6962A 7028T 8860G 9053A 9548A 10310A 10609C 11719A 12406A
12882T 13759A 13928C 14002G 14766T 15326G 16129A 16162G 16172C 16304C
16390A 16519C

52

S060

D5b1b2

73G 150T 263G 315.1C 456T 489C 681C 750G 1048T 1107C 1438G 2706G 3308C
3759G 4769G 4883T 5147A 5153G 5178A 5301G 6253C 7028T 7403G 8701G 8860G
9180G 9540C 10397G 10398G 10400T 10873C 11719A 12705T 14766T 14783C 15043A
15301A 15326G 15724G 16183C 16189C 16223T 16357C 16362C 16519C

53

S061

B4azbla

8281-8289
DEL

73G 263G 315.1C 523DEL 524DEL 750G 1438G 2706G 4769G 5465C 6620C 7028T
8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL 8287DEL 8288DEL 8289DEL
8860G 9069G 9123A 9812T 10876G 11719A 13413G 14766T 15326G 16182C 16183C
16189C 16217C 16261T 16360T 16519C

54

S062

M7blalal

73G 150T 199C 263G 315.1C 489C 750G 1438G 2706G 4048A 4071T 4164G 4769G
5351G 5460A 6455T 6680C 7028T 7684C 7853A 8701G 8860G 9540C 9824C 10345C
10398G 10400T 10873C 11719A 12405T 12705T 12811C 14766T 14783C 15002A
15043A 15301A 15326G 16129A 16183C 16189C 16223T 16297C 16298C

55

S063

F3a+ 207

73G 114T 204C 207A 249DEL 263G 315.1C 750G 1438G 2706G 3434G 3970T 4769G
5585A 5913A 5978G 6392C 7028T 8860G 10310A 10320A 11065G 11719A 12621T
13928C 14766T 15326G 15586C 15854G 16093C 16176Y 16187T 16298C 16355T
16362C 16390A 16519C
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56

S064

D4hlcl

73G 152C 263G 315.1C 489C 750G 1243C 1438G 2706G 3010A 3336C 3644C 4769G
4883T 5048C 5178A 7028T 7181T 7673G 8414T 8701G 8860G 9540C 10398G 10400T
10873C 11068G 11719A 12705T 13914A 14470C 14668T 14766T 14783C 15043A
15301A 15326G 16174T 16223T 16311C 16317G 16362C

57

S065

Flc

73G 195C 249DEL 263G 315.1C 523DEL 524DEL 709A 750G 1438G 2308G 2706G
3970T 4232C 4769G 6392C 6962A 7028T 8860G 9053A 10256C 10310A 10454C
10609C 11719A 12406A 12882T 13759A 13928C 14364A 14766T 15326G 16093C
16129A 16172C 16304C 16519C

58

S066

Y1

73G 146C 263G 315.1C 709A 750G 1438G 2706G 3834A 4562G 4769G 5417A 7028T
8392A 8860G 10379G 10398G 11719A 12705T 14178C 14693G 14766T 15326G 16126C
16231C 16266T 16319A 16399G 16519C

59

S067

D4q

73G 200G 234R 263G 315.1C489C 593C 750G 1438G 2706G 3010A 4769G 4883T 5178A
6266G 7028T 8410T 8414T 8701G 8860G 9540C 10398G 10400T 10490C 10873C
11719A 11902A 12705T 14017T 14668T 14766T 14783C 15043A 15301A 15326G
15581R 16223T 16256T 16311C 16519C

60

S068

B4a

8281-8289
DEL

73G 263G 315.1C 523DEL 524DEL 750G 1438G 2706G 4769G 5465C 7028T 8281DEL
8282DEL 8283DEL 8284DEL 8285DEL 8286DEL 8287DEL 8288DEL 8289DEL 8860G
9123A 11719A 14766T 15326G 15926T 16148T 16154C 16182C 16183C 16189C
16217C 16261T 16519C

61

S070

D5b1b2

73G 150T 263G 315.1C 456T 489C 681C 750G 1048T 1107C 1438G 2706G 3308C
3759G 4769G 4883T 5147A 5153G 5178A 5301G 6253C 7028T 7403G 8701G 8860G
9180G 9540C 10397G 10398G 10400T 10873C 11719A 12705T 14766T 14783C 15043A
15301A 15326G 15724G 16183C 16189C 16223T 16357C 16362C 16519C
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62

S071

F2bl

73G 195C 249DEL 263G 315.1C 523DEL 524DEL 750G 1005C 1438G 1824C 2706G
3970T 4769G 4811G 6392C 6962A 7028T 7828G 8860G 10310A 10535C 10586A
11719A 12338C 13708A 13928C 14766T 15218G 15326G 16092A 16291T 16304C

63

S072

Aba

2156.1A

73G 235G 263G 315.1C 523DEL 524DEL 663G 750G 1438G 1736G 2156.1A 2706G
4248C 4655A 4769G 4824G 7028T 8563G 8598C 8794T 8860G 11536T 11647T 11719A
12705T 14766T 15326G 16187T 16189C 16223T 16290T 16319A

64

S073

Z4alal

15944DEL

73G 152C 249DEL 263G 315.1C 489C 750G 1438G 2706G 3520G 4715G 4769G 5492C
5894G 6752G 7028T 7196A 7270C 8584A 8654C 8701G 8860G 9090C 9540C 10398G
10400T 10873C 12705T 14766T 14783C 15043A 15301A 15326G 15475G 15487T
15784C 15944DEL 16185T 16189C 16193DEL 16223T 16260T 16294T 16298C 16302G

65

S075

C7al

73G 146C 249DEL 263G 315.1C 489C 750G 1438G 2706G 3552A 4715G 4769G 5821A
6338G 7028T 7196A 7382A 7853A 8584A 8701G 8860G 9540C 9545G 10398G 10400T
10873C 11719A 11914A 12705T 12957C 13263G 14318C 14766T 14783C 14978G
15043A 15301A 15326G 15487T 16223T 16298C 16309G 16327T 16519C

66

S076

Flbla

73G 146C 249DEL 263G 315.1C 523DEL 524DEL 750G 1438G 2706G 3970T 4732G
4769G 5147A 6392C 6962A 7028T 8860G 9090C 10310A 10609C 10976T 11719A
12406A 12633T 12882T 13928C 14476A 14766T 15326G 16129A 16182C 16183C
16189C 16232A 16249C 16304C 16311C 16344T 16519C

67

S077

z4

15944DEL

73G 151T 152C 249DEL 263G 315.1C 489C 750G 1438G 2706G 4715G 4769G 6752G
7028T 7196A 8584A 8701G 8860G 9090C 9540C 10398G 10400T 10873C 11719A
12705T 14766T 14783C 15043A 15301A 15326G 15475G 15487T 15784C 15944DEL
16223T 16260T 16298C
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68

S078

D5al

68A 73G 150T 263G 309DEL 315.1C 489C 750G 752T 1107C 1438G 2706G 3496T
3864C 4769G 4883T 5178A 5301G 7028T 8701G 8860G 9180G 9540C 10397G 10398G
10400T 10745T 10873C 11719A 11944C 12026G 12705T 13708A 14766T 14783C
15043A 15301A 15326G 16182C 16183C 16189C 16223T 16362C 16390A 16519C

69

S079

B4clalb

8281-8289
DEL

73G 204C 263G 315.1C 709A 750G 1119C 1284C 1438G 2706G 3497T 4769G 5979R
6416G 7028T 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL 8287DEL
8288DEL 8289DEL 8860G 10310A 11719A 12028C 14133G 14203G 14766T 15326G
15346A 16093C 16183C 16189C 16217C 16311C 16519C

70

S080

G2bla

73G 263G 315.1C 489C 592T 709A 750G 1438G 2706G 4769G 4833G 4853A 5108C
5601T 7028T 8701G 8860G 8877C 9038C 9540C 10398G 10400T 10873C 11151T
11719A 12705T 13215Y 13563G 14569A 14766T 14783C 15043A 15301A 15326G
16129A 16223T 16319A 16356C 16362C

71

S081

B4clalb

8281-8289
DEL

73G 204C 263G 315.1C 523DEL 524DEL 709A 750G 1119C 1438G 2706G 3497T 4769G
5020Y 5021Y 6416G 7028T 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL
8287DEL 8288DEL 8289DEL 8860G 10310A 11719A 14133G 14203G 14766T 15326G
15346A 16093C 16183C 16189C 16217C 16274A 16311C 16519C

72

S082

D4b2b1l

73G 152C 194T 263G 315.1C 489C 523DEL 524DEL 750G 1382C 1438G 2706G 3010A
4769G 4883T 5178A 7028T 8020A 8414T 8701G 8860G 8964T 9296T 9540C 9824A
10398G 10400T 10873C 11407T 11719A 12705T 14605G 14668T 14766T 14783C
15043A 15119A 15301A 15326G 15884A 16223T 16362C 16519C

73

S083

z4

15944DEL

73G 151T 152C 249DEL 263G 315.1C 489C 750G 1438G 2706G 4715G 4769G 6752G
7028T 7196A 8584A 8701G 8860G 9090C 9540C 9545G 10398G 10400T 10873C
11719A 12705T 14766T 14783C 15043A 15301A 15326G 15475G 15487T 15784C
15944DEL 16185T 16223T 16260T 16298C 16390A
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74

S084

D4b2b

73G 194T 263G 315.1C 489C 750G 1382C 1438G 2706G 3010A 4769G 4883T 5178A
5567Y 7028T 8020A 8059T 8414T 8701G 8860G 8964T 9296T 9540C 9824A 10398G
10400T 10873C 11719A 12705T 13470G 14133G 14668T 14766T 14783C 15043A
15301A 15326G 15747C 16193T 16223T 16362C 16519C

75

S085

D4al

73G 152C 263G 315.1C 489C 750G 1438G 2706G 3010A 3206T 4769G 4883T 5178A
7028T 7775A 8414T 8473C 8701G 8860G 9540C 10398G 10400T 10410C 10873C
11719A 12705T 14668T 14766T 14783C 14979C 15043A 15301A 15326G 16129A
16223T 16362C 16519C

76

S087

B4alclal

8281-8289
DEL

73C 75A 89C 263G 315.1C 523DEL 524DEL 709A 750G 1438G 2706G 4769G 5020Y
5021Y 5465C 7028T 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL
8287DEL 8288DEL 8289DEL 8860G 9123A 9254G 10238C 11719A 14766T 15292T
15326G 16182C 16183C 16189C 16217C 16261T 16519C

7

S088

D4bZ2a2

73G 263G 315.1C 489C 523DEL 524DEL 750G 1382C 1438G 2706G 3010A 4769G
4883T 5178A 7028T 8020A 8251A 8414T 8701G 8860G 8964T 9540C 9824A 10104T
10398G 10400T 10873C 11719A 12705T 14668T 14766T 14783C 15043A 15301A
15326G 15524G 16129A 16223T 16362C

78

S089

D4gl

73G 263G 315.1C 489C 750G 1438G 2706G 3010A 4343G 4769G 4883T 5178A 7028T
8414T 8860G 9540C 10398G 10400T 10873C 11719A 12705T 13104G 13512G 14668T
14766T 14783C 15043A 15301A 15326G 15518T 16223T 16278T 16362C 16519C

79

S090

D4n

73G 263G 315.1C 489C 750G 1438G 2706G 3010A 3421A 4769G 4883T 5178A 7028T
8414T 8701G 8860G 9540C 10398G 10400T 10873C 11719A 12705T 14668T 14766T
14783C 15043A 15301A 15326G 16223T 16355A 16362C
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80

S091

D4hlaZ2

73G 146C 183G 263G 315.1C 489C 750G 827G 1009T 1438G 2706G 3010A 3336C
3644C 4769G 4883T 5048C 5178A 6962A 7028T 8414T 8701G 8860G 9540C 10398G
10400T 10700R 10873C 11177T 11719A 12396C 12705T 13135A 14668T 14766T
14783C 15043A 15301A 15326G 16174T 16223T 16362C

81

S092

D4

73G 227R 263G 315.1C 489C 750G 1438G 2706G 3010A 4769G 4883T 5178A 7028T
7080C 7754A 8414T 8701G 8860G 9540C 10398G 10400T 10873C 11437C 11719A
12705T 13153G 14668T 14766T 14783C 14857A 15043A 15301A 15326G 15884A
16223T 16311C 16362C

82

S093

G3a2+ 152

73G 143A 152C 204C 263G 315.1C 489C 709A 750G 1438G 2706G 3426G 4769G 4833G
5108C 7028T 7621C 8701G 8854A 8860G 9540C 10398G 10400T 10455G 10873C
11719A 12705T 14569A 14766T 14783C 15043A 15301A 15326G 15746G 16223T
16274A 16292T 16362C

83

S094

B5bZa2

8281-8289
DEL

73G 204C 207A 263G 315.1C 523DEL 524DEL 709A 750G 1438G 1598A 2706G 4769G
4895G 7028T 7269A 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL
8287DEL 8288DEL 8289DEL 8584A 8829T 8860G 9950C 10398G 11719A 12361G
14766T 15223T 15326G 15508T 15662G 15758G 15850C 15851G 15927A 16111T
16140C 16183C 16189C 16234T 16243C 16463G 16519C

84

S095

Aba

2156.1A

73G 235G 263G 315.1C 523DEL 524DEL 663G 750G 1438G 1736G 2156.1A 2706G
4248C 4655A 4769G 4824G 7028T 8537G 8563G 8598C 8794T 8860G 11536T 11647T
11719A 12705T 14766T 15326G 16058T 16187T 16223T 16290T 16319A

85

S097

B5bZaZ2

8281-8289
DEL

73G 131C 204C 207A 228R 263G 315.1C 523DEL 524DEL 709A 750G 1438G 1598A
2706G 4769G 4895G 7028T 7247T 7678C 8281DEL 8282DEL 8283DEL 8284DEL
8285DEL 8286DEL 8287DEL 8288DEL 8289DEL 8584A 8829T 8860G 9950C 10398G
11719A 12361G 14766T 15223T 15326G 15508T 15662G 15758G 15850C 15851G
15927A 16111T 16140C 16183C 16189C 16234T 16243C 16463G 16519C
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86

S098

F1blf

73G 249DEL 263G 315.1C 523DEL 524DEL 750G 1438G 2706G 3970T 4732G 4769G 5147A
6392C 6962A 7028T 8860G 10045C 10310A 10609C 10976T 11719A 12406A 12633T 12882T
13928C 14476A 14766T 15326G 16183C 16189C 16232A 16249C 16304C 16311C 16519C

87

S100

D4b2b1

73G 194T 263G 315.1C 489C 523DEL 524DEL 750G 1382C 1438G 2706G 3010A 4769G
4883T 5178A 7028T 8020A 8414T 8701G 8860G 8964T 9296 T 9540C 9824A 10398G 10400T
10873C 11719A 12705T 14605G 14668T 14766T 14783C 15043A 15301A 15326G 16223T
16362C 16519C

88

S101

F1ldl

73G 146C 204Y 249DEL 263G 315.1C 516T 523DEL 524DEL 750G 1438G 1734T 2706G
3970T 4769G 5628C 6392C 6962A 7028T 7738C 7861C 8860G 10310A 10609C 11719A
12406A 12882T 13135A 13251T 13928C 14766T 15326G 15402T 16189C 16304C 16519C

89

S102

N9aZa

73G 150T 263G 315.1C 750G 1438G 2706G 4769G 5231A 5417A 7028T 8860G 11719A
12358G 12372A 12705T 14766T 15067C 15326G 16172C 16223T 16257A 16261T 16497G

90

S103

M7ala7

5899.1C

73G 263G 315.1C 489C 750G 1438G 2626C 2706G 2772T 4386C 4769G 4958G 5899.1C
6455T 6926T 7028T 8701G 8860G 9540C 9824C 10398G 10400T 10873C 11017C 11080Y
11084G 11719A 12705T 12771A 14364A 14766T 14767Y 14783C 15043A 15301A 15326G
15884A 16209C 16223T 16291T 16324C

91

5104

Flbld

73G 153G 249DEL 263G 315.1C 523DEL 524DEL 750G 1438G 2706G 3970T 4732G 4769G
5147A 6392C 6962A 7028T 8860G 10310A 10609C 10976T 11719A 12406A 12633T 12882T
13928C 14476A 14766T 15326G 15459T 16182C 16183C 16189C 16232A 16249C 16304C
16311C 16519C

92

S105

Abala

2156.1A

73G 188R 235G 263G 315.1C 523DEL 524DEL 663G 750G 1438G 1736G 2156.1A 2706G
4248C 4655A 4769G 4824G 7028T 8563G 8794T 8860G 10801A 11075C 11536T 11647T
11719A 12705T 14766T 14944T 15326G 16187T 16223T 16290T 16319A

-37 -



Continued)

No.

Sample ID Haplogroup

*

CodR indel”

Whole mtGenome haplotype

93

S106

z4

15944DEL
5746.1G

73G 151T 152C 249DEL 263G 315.1C 489C 750G 1438G 2706G 4715G 4769G 4991A
5746.1G 6752G 7028T 7196A 8292A 8584A 8701G 8860G 9090C 9540C 10398G
10400T 10873C 11719A 12171G 12705T 14766T 14783C 15043A 15301A 15326G
15475G 15487T 15784C 15944DEL 16111T 16185T 16223T 16232T 16260T 16298C
16362C 16519C

94

S107

Dbal

68A 73G 150T 263G 309DEL 315.1C 489C 750G 752T 1107C 1438G 2706G 3496T
4769G 4883T 5178A 5301G 7028T 8701G 8860G 9180G 9540C 10397G 10398G 10400T
10873C 11719A 11944C 12026G 12040G 12705T 13708A 14766T 14783C 15043A
15301A 15326G 16182C 16183C 16189C 16223T 16362C 16390A 16519C

95

S108

D4glc

73G 235G 263G 315.1C 489C 709A 750G 1438G 2706G 3010A 4343G 4769G 4883T
5178A 7028T 8347G 8414T 8860G 9540C 10398G 10400T 10873C 11719A 12076R
12705T 13104G 14668T 14766T 14783C 15043A 15301A 15326G 15518T 16223T
16278T 16362C

96

S109

DbaZa+ 160
92

73G 150T 263G 315.1C 489C 523DEL 524DEL 750G 752T 1107C 2706G 4769G 4883T
5178A 5301G 6596T 7028T 8701G 8860G 9180G 9540C 10397G 10398G 10400T
10873C 11719A 11944C 12026G 12705T 14766T 14783C 15043A 15301A 15326G
16092C 16129R 16172C 16182C 16183C 16189C 16223T 16266Y 16362C

97

S110

Glal

73G 150T 263G 315.1C 489C 709A 750G 1438G 2706G 4742C 4769G 4833G 5108C
7028T 7867T 8200C 8701G 8860G 9540C 10398G 10400T 10873C 11233Y 11719A
12523G 12705T 14569A 14766T 14783C 15043A 15301A 15323A 15326G 15497A
15860G 16223T 16325C 16362C 16519C

98

S111

M9alalcla

73G 153G 263G 315.1C 489C 750G 1041G 1438G 2706G 3394C 4491A 4769G 7028T
7142C 7861C 8701G 8860G 9242G 9540C 10398G 10400T 10873C 11719A 12705T
14308C 14417G 14766T 14783C 15043A 15301A 15326G 16223T 16234T 16291T
16316G 16362C
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99

S112

8281-8289

B4clal DEL

73G 263G 315.1C 709A 750G 1119C 1438G 2706G 3497T 4769G 7028T 8281DEL
8282DEL 8283DEL 8284DEL 8285DEL 8286DEL 8287DEL 8288DEL 8289DEL 8860G
10310A 11719A 14133G 14766T 15326G 15346A 16183C 16189C 16217C 16311C
16519C

100

S113

D4alb -

73G 152C 263G 315.1C 489C 750G 1438G 2706G 3010A 3206T 4769G 4883T 5178A
7028T 8137T 8414T 8473C 8701G 8860G 9540C 10398G 10400T 10410C 10873C
10961T 11719A 12705T 13651G 14668T 14766T 14783C 14979C 15043A 15301A
15326G 15924G 16129A 16172C 16223T 16362C 16519C

101

S114

D4hlcl -

73G 152C 263G 315.1C 489C 750G 1438G 2706G 3010A 3336C 3644C 4769G 4883T
5048C 5178A 7028T 7181T 7673G 8414T 8701G 8860G 9540C 10398G 10400T 10873C
11719A 12705T 13914A 14470C 14668T 14766T 14783C 15043A 15301A 15326G
16174T 16223T 16311C 16317G 16362C

102

S115

73d -

73G 146C 152C 247A 249DEL 263G 315.1C 489C 709A 750G 1438G 2706G 2858G
4715G 4769G 6752G 7028T 7196A 8584A 8701G 8860G 9090C 9540C 10208C 10398G
10400T 10873C 11719A 11782T 12684A 12705T 14766T 14783C 15043A 15301A
15326G 15487T 15784C 16185T 16189C 16193DEL 16223T 16260T 16261Y 16298C

103

S116

8281-8289

B4alc3b DEL

73G 89Y 263G 309DEL 315.1C 523DEL 524DEL 709A 750G 1438G 2706G 4218C 4769G
4907C 5465C 7028T 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL
8287DEL 8288DEL 8289DEL 8860G 9123A 10238C 10679G 11719A 14766T 15326G
16182C 16183C 16189C 16194C 16195C 16217C 16261T 16519C

104

S117

8281-8289

B5bZaZ2 DEL

73G 204C 207A 263G 315.1C 523DEL 524DEL 709A 750G 1438G 1598A 2706G 4769G
4895G 7028T 7269A 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL
8287DEL 8288DEL 8289DEL 8584A 8829T 8860G 9950C 10398G 11719A 12361G
14766T 15223T 15326G 15508T 15662G 15758G 15850C 15851G 15927A 16111T
16140C 16183C 16189C 16234T 16243C 16463G 16519C
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105 S118 Y1

73G 263G 315.1C 709A 750G 1438G 2706G 3834A 4562G 4769G 5417A 7028T 8392A
8860G 10379G 10398G 11719A 12705T 14178C 14693G 14766T 15326G 16126C
16231C 16266T 16319A 16399G 16519C

106 4119 Bdm

8281-8289
DEL

73G 263G 315.1C 523DEL 524DEL 750G 1438G 2706G 4769G 6863G 7028T 8281DEL
8282DEL 8283DEL 8284DEL 8285DEL 8286DEL 8287DEL 8288DEL 8289DEL 8860G
10398G 11719A 14410A 14766T 15326G 15381T 16150T 16182C 16183C 16189C
16217C 16240G 16261T 16287T

107 5190 B5b2al

8281-8289
DEL

73G 131C 199C 204C 263G 315.1C 523DEL 524DEL 709A 750G 1438G 1598A 2706G
4769G 4895G 5744A 7028T 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL
8287DEL 8288DEL 8289DEL 8584A 8829T 8860G 9205C 9950C 10398G 11437C
11719A 12361G 14766T 15223T 15326G 15508T 15662G 15850C 15851G 15927A
16102C 16111T 16140C 16182C 16183C 16189C 16234T 16243C 16291T 16463G
16519C

108 Sample Y1
001

73G 146C 152Y 263G 315.1C 709A 750G 1438G 2706G 3834A 4562G 4769G 5417A
7028T 7325G 8392A 8860G 10379G 10398G 11719A 12705T 14178C 14693G 14766T
15326G 16051G 16126C 16231C 16266T 16319A 16399G 16519C

109 Sample

002 G3a2+ 152

73G 143A 152C 204C 263G 315.1C 489C 709A 750G 1438G 2706G 3426G 4769G 4833G
5108C 7028T 7621C 8701G 8854A 8860G 9540C 10398G 10400T 10873C 11719A
12705T 14569A 14766T 14783C 15043A 15301A 15326G 15746G 16223T 16274A
16292T 16362C

110 Sample

003 B4hl

8281-8289
DEL

73G 263G 315.1C 523DEL 524DEL 750G 1438G 2363G 2706G 4703C 4769G 5093C
5783A 7028T 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL 8287DEL
8288DEL 8289DEL 8860G 11719A 12361G 13158G 13269G 14766T 15326G 16129A
16182C 16183C 16189C 16214T 16261T
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Sample 73G 150T 263G 315.1C 750G 1438G 2706G 4386C 4769G 5231A 5417A 7028T 8860G
111 004 N9al - 11719A 12007A 12358G 12372A 12705T 13966G 14766T 15326G 16111T 16129A
16223T 16257A 16261T 16320Y
73G 195C 263G 298T 315.1C 489C 504C 523DEL 524DEL 750G 1438G 2706G 3010A
112 Sample D4g2b1 B 4131G 4769G 4883T 5178A 5231A 7028T 8414T 8701G 8860G 9540C 10398G 10400T
005 10873C 11719A 12705T 13104G 13359A 14668T 14766T 14783C 15043A 15301A
15326G 16223T 16362C 16519C
73G 152C 263G 315.1C 489C 573.1C 709A 750G 1438G 2706G 4769G 4833G 5108C
113 Sample G2a5+ 152 _ 5601T 7028T 7600A 7844G 8701G 8860G 9377G 9540C 9575A 10398G 10400T 10873C
006 11719A 12705T 13383T 13563G 14569A 14766T 14783C 14861A 15043A 15301A
15326G 15562G 16223T 16227G 16234T 16278T 16309G 16362C
73G 151T 197G 263G 315.1C 546G 750G 827G 1438G 2706G 3083C 4769G 5084G
114 Sample 8981-8289 5418C 7028T 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL 8287DEL
007 B4d3al DEL 8288DEL 8289DEL 8860G 9120G 10256C 11719A 11914A 12135T 13942G 14766T
15326G 15535T 15930A 16150T 16183C 16185T 16189C 16193DEL 16217C 16234T
16519C
73G 194T 263G 315.1C 489C 523DEL 524DEL 750G 1382C 1438G 2706G 3010A 4769G
115 Sample D4b2b1 3 4883T 5178A 7028T 8020A 8414T 8701G 8860G 8964T 9296T 9540C 9824A 10398G
008 10400T 10873C 11719A 12705T 14605G 14668T 14766T 14783C 15043A 15301A
15326G 16223T 16362C 16519C
116 Sample 73G 235G 263G 315.1C 523DEL 524DEL 663G 750G 1438G 1736G 2156.1A 2706G
009 Abala 2156.1A 4248C 4655A 4769G 4824G 7028T 8517S 8563G 8794T 8860G 10801A 11536T 11647T

11719A 12705T 14766T 14867T 14944T 15326G 16187T 16223T 16290T 16319A
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73G 152C 263G 315.1C 489C 750G 1438G 2706G 3010A 3336C 3644C 4769G 4883T
5048C 5178A 7028T 7181T 7673G 8414T 8701G 8860G 9540C 10398G 10400T 10873C
11719A 12705T 13914A 14470C 14668T 14766T 14783C 15043A 15301A 15326G
16174T 16223T 16311C 16317G 16362C

73G 103A 152C 189G 199C 203A 204C 263G 315.1C 523DEL 524DEL 709A 750G 1438G
1598A 2626C 2706G 4769G 5263T 5899.1C 6962A 7028T 8281DEL 8282DEL 8283DEL
8284DEL 8285DEL 8286DEL 8287DEL 8288DEL 8289DEL 8584A 8829T 8856A 8860G
9950C 10103G 10398G 11719A 11881T 12361G 13477A 14766T 15223T 15326G
15508T 15662G 15851G 15927A 16136C 16140C 16170G 16183C 16189C 16243C
16256T 16519C

73G 249DEL 263G 315.1C 489C 750G 1438G 2232.1A 2706G 3552A 4715G 4769G
5846T 6023A 6026A 7028T 7196A 7999C 8584A 8701G 8860G 9389G 9540C 9545G
10398G 10400T 10873C 11719A 11914A 11969A 12672G 12705T 13263G 14034C
14180C 14318C 14766T 14770T 14783C 15043A 15204C 15301A 15326G 15487T
16129A 16192T 16223T 16327T 16519C

73G 263G 315.1C 489C 709A 750G 1438G 2706G 3172.1C 4035G 4140T 4769G 7028T
7250G 8701G 8793C 8856A 8860G 9540C 10398G 10400T 10646A 10873C 11719A
12549T 12705T 13152G 14178C 14502C 14766T 14783C 15040T 15043A 15071C
15212G 15218G 15301A 15326G 16066G 16223T 16311C

Sample _
117 o Ddhlcl
5899.1C
118 S%“lllile B5b3a 8281-8289
DEL
119 Sample
o Cdalb 2932.1A
120 Sample M10alb 3172.1C
013 :
121 Sample . 3
014 D4alal

73G 152C 263G 315.1C 489C 750G 1438G 2706G 3010A 3206T 4769G 4883T 5178A
5261A 7028T 8414T 8473C 8701G 8860G 8988G 9371T 9540C 10398G 10400T 10410C
10873C 11719A 12705T 14668T 14766T 14783C 14979C 15043A 15301A 15314A
15326G 16129A 16223T 16362C 16519C
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Continued)

No. Sample ID Haplogroup® CodR indel” Whole mtGenome haplotype
73G 146C 199C 202G 204Y 207A 263G 315.1C 499A 750G 827G 1438G 2706G 2831A
Sample 3981-8989 4117C 4769G 4820A 6023A 6413C 7028T 8206A 8281DEL 8282DEL 8283DEL 8284DEL
122 015 B4blal DEL 8285DEL 8286DEL 8287DEL 8288DEL 8289DEL 8860G 11719A 13590A 14766T 15034R
15236G 15326G 15497A 15535T 16136C 16183C 16189C 16217C 16284G 16298C
16519C
123 Sample N9a7 _ 73G 150T 263G 315.1C 750G 1438G 2706G 4769G 5231A 5417A 7028T 8860G 11719A
016 12358G 12372A 12705T 14016A 14766T 15326G 16223T 16257A 16261T 16291T
73G 263G 315.1C 523DEL 524DEL 750G 930R 1438G 2706G 4769G 5004C 5465C
124 Sample Bdalbl 8281-8289 7028T 8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL 8287DEL 8288DEL
017 DEL 8289DEL 8860G 9123A 9932A 10238C 10915C 11719A 13143C 14766T 15326G 16103R
16182C 16183C 16189C 16217C 16261T 16268T 16288C 16311C 16519C
195 Sample 73G 150T 152C 235G 315.1C 523DEL 524DEL 663G 750G 1438G 1736(% 2706G 4248C
018 Albc - 4769G 4824G 7028T 8459G 8794T 8860G 9052G 11719A 12705T 13111C 14067T
14766T 15262C 15326G 16223T 16290T 16311C 16319A 16362C
73G 150T 249DEL 263G 315.1C 489C 750G 1438G 2706G 4715G 4769G 5291C 5460A
126 Sample 73 _ 5985A 6752G 7028T 7196A 8584A 8701G 8860G 9090C 9540C 10208C 10398G 10400T
019 10644R 10873C 11719A 12705T 13105G 14750G 14766T 14783C 15043A 15301A
15326G 15487T 15784C 16185T 16223T 16260T 16294T 16298C
73G 150T 263G 315.1C 489C 523DEL 524DEL 750G 752T 1107C 2706G 3528T 4769G
197 Sample D5a%alb _ 4883T 5178A 5301G 7028T 8387A 8701G 8860G 9180G 9540C 10397G 10398G 10400T
020 10873C 11719A 11944C 12026G 12705T 14766T 14783C 15043A 15301A 15326G

16092C 16164G 16172C 16182C 16183C 16189C 16223T 16266T 16362C 16519C

*Haplogroup was determined using EMPOP mtDNA database v4 (http://empop.online). Point heteroplasmy was
indicated with IUPAC code. Length heteroplasmy regions were excluded. *CodR = Coding region indel
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5. =l Hok A5 9] mEFZ=2ol DNA AA| 99 971449

o AFollAE 37699 =l Hd AlRE A E MPSARE
7Igro 2 wEFZE=ego} DNAY x4 dd93 A4 4499 st&=E
Y (Haplotype) T1&/d-& Hlwsilth 4] i Al 5 RIEZE
o} DNA =& g3 A FGelr L& JE=ZHUS &1
st AlEe] 5 % 39 M7 AEskslth

nEZ=gol DNA 24 gAddA = 6ol sd3 stEZES

FHeE aFel U AAow, 490 54 FEFREYL FH

69.1%5 2HAeklth. mEZE=2ol DNA HA FHolr= 37|

LY ERE S Trshe 1Eo] 270 Ao, 29o] sdd

FE 354ME WA AR £ F 94.1%5 AA A
mEZ=gol DNA 24 9493 AA 999 atZ=Erg] A
(Haplotype diversity)+ Nei®} Tajimase] APy wie} zhzt

0.9985, 0.9998% At=HAt. P EFZ=gop DNA ¥HEH
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(Discrimination capacity): AA] A|g9 4 F #A2E FZ2E
o] =2 AtEor, - dYoA 0.8138 2 A o Aol A

0.9681% AF&% it}

3 3. Comparison of haplotype diversity between control region
and whole mtGenome in the Korean population

HaploT;;Ze;deching Control Region Whole mtGenome
1 260 (69.1%) 354 (94.1%)
2 30 8
3 10 2
4 5 0
6 1 0
Number of distinct haplotypes 306 364
Haplotype diversity (HD") 0.9985 0.9998
Discrimination capacity (DC") 0.8138 0.9681

“HD= n(1-3Pi%)/(n-1)

"DC= Total number of observed haplotype/ Total number of samples
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6. 32 Hk A2 mEZ=gol DNA A 99 A o)y
Ho| Fa Az}

2 dAFeAs HEZ=Eel DNAS A o]dd welg: A
AMBAZE 400X oldeln &g wWolel AW AZE AA
Ame| A o] 5%l d]l Al st ZEetith. & 130709 A

ojgd wWolrh #EFoH, gz dyEsS wWe =4

rot

PGl 3670 B dm FGelM 9470

it
1o
r o
)
4%
o
2,
2

37679 AR F 11082 AlFA s o] A o]gA wolr}
FRER oM g W] AJAKOS0) A Hol 374e] H olFA
Hol7} gelE et (F 4). nEZ=gol DNA AA 99 F 713
doolgd Wols ®H Xe 1529 9=, F 59
AZE AT olojA 146W A 49, 204W $AA 3W
A A9 3709 A o]FA Wolrt BF 2 g Yk
Aoz FeHt (¥ 6%). FH ol¥gd wWolrt 2d #EA
o)X= 188, 234, 5020, 5021, 15119, 15530 —Lz]x 16093

oflaL, A fAAM = g A HALJY (£ 5).
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3t 4. Observed point heteroplasmy across the whole mtGenome of the
Korean population

No. Sample ID Position Reference” Variant Variant frequency’(%)
1 K006 14118 A G 8.6
2 K036 903 T C 6.7
3 K039 16177 A G 7.2
4 K040 4124 T C 28.8
5 K041 152 T C 10.9
6 K043 13879 T C 21.7
7 K046 7854 T C 8.3
8 K047 152 T C 9.1
9 K049 8476 C A 24 .4
10 K050 195 T C 12.8
11 K050 13881 C T 15.6
12 K050 16302 A G 94.3
13 K052 204 T C 12.1
14 K058 15603 A G 23.1
15 K068 16093 T C 85.5
16 K073 1106 C T 18.2
17 K074 16362 T C 92.4
18 K079 15530 T C 67.8
19 K084 152 T C 65.4
20 K085 4068 C A 24.4
21 K086 14750 A G 33.3
22 K089 9997 T C 8.0
23 K096 9881 T C 31.7
24 K098 10680 G A 22.5
25 K099 3460 G A 5.5
26 K102 14766 C T 99.9
27 K112 16342 T C 24.5
28 K122 15663 T C 19.0
29 K125 215 A G 13.4
30 K136 146 T C 23.6
31 K137 146 T C 22.6
32 K140 12279 A G 25.2
33 K141 7270 T C 6.8
34 K146 15530 T C 76.8
35 K148 6900 A G 26.6
36 K148 9182 G A 25.7
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Continued)

No. Sample ID Position Reference” Variant Variant frequency’(%)
37 S004 16150 C T 5.0
38 S005 6386 C T 77.1
39 S010 4917 A G 15.8
40 S010 14182 T C 12.4
41 S012 15758 A G 7.2
42 S017 7375 A G 34.0
43 S025 14207 G A 50.5
44 S026 16172 T C 21.0
45 S027 16256 C T 6.1
46 S032 1555 A G 48.4
47 S037 8950 G A 23.1
48 S042 8343 A G 49.6
49 S044 16280 A G 94.7
50 S045 151 C T 75.6
51 S048 2833 A G 7.4
52 S048 8279 T C 11.3
53 S050 188 A G 11.1
54 S052 12634 A G 16.4
55 S055 13434 A G 7.6
56 S063 16176 C T 12.3
57 S067 234 A G 7.6
58 S067 15581 A G 5.5
59 S079 5979 G A 29.2
60 S080 13215 T C 60.1
61 S081 5020 T C 8.7
62 S081 5021 T C 6.2
63 S084 5567 T C 33.3
64 S087 5020 T C 5.4
65 S087 5021 T C 5.3
66 S091 10700 A G 11.6
67 S092 227 A G 7.2
68 S097 228 G A 84.6
69 S101 204 T C 5.6
70 S103 11080 T C 16.4
71 S103 14767 T C 34.8
72 S105 188 A G 93.8
73 S109 16129 G A 9.7

1
N
o)

1



Continued)

No. Sample ID Position Reference” Variant Variant frequency’(%)
74 S109 16266 C T 27.6
75 S110 11233 T C 78.8
76 S115 16261 C T 35.6
77 S116 89 T C 8.4
78 K006 14118 A G 8.6
79 K036 903 T C 6.7
80 K039 16177 A G 7.2
81 K040 4124 T C 28.8
82 K041 152 T C 10.9
83 K043 13879 T C 21.7
84 K046 7854 T C 8.3
85 K047 152 T C 9.1
86 K049 8476 C A 24.4
87 K050 195 T C 12.8
88 K050 13881 C T 15.6
89 K050 16302 A G 94.3
90 K052 204 T C 12.1
91 K058 15603 A G 23.1
92 K068 16093 T C 85.5
93 K073 1106 C T 18.2
94 K074 16362 T C 92.4
95 K079 15530 T C 67.8
96 K084 152 T C 65.4
97 K085 4068 C A 24.4
98 K086 14750 A G 33.3
99 K089 9997 T C 8.0
100 K096 9881 T C 31.7
101 K098 10680 G A 22.5
102 K099 3460 G A 5.5
103 K102 14766 C T 99.9
104 K112 16342 T C 24.5
105 K122 15663 T C 19.0
106 K125 215 A G 13.4
107 K136 146 T C 23.6
108 K137 146 T C 22.6
109 K140 12279 A G 25.2
110 K141 7270 T C 6.8

1
N
©

1



Continued)

No. Sample ID Position Reference” Variant Variant frequency’(%)
111 K146 15530 T C 76.8
112 K148 6900 A G 26.6
113 K148 9182 G A 25.7
114 K150 4160 T C 9.3
115 K151 1717 T C 6.9
116 K167 234 A G 6.9
117 K168 5859 T C 24.1
118 K168 14248 C T 25.1
119 K173 9196 G A 52.1
120 K175 13753 T C 64.7
121 K180 152 T C 9.0
122 K180 15119 G A 20.9
123 Sample001 152 T C 22.0
124 Sample004 16320 C T 24.9
125 Sample009 8517 G C 6.4
126 Sample015 204 T C 13.6
127 Sample015 15034 A G 15.6
128 Sample017 16103 A G 80.9
129 Sample017 930 G A 71.7
130 Sample019 10644 G A 18.6

"Reference= rCRS nucleotide

*Variant frequency= Variant nucleotide coverage/ Total coverage X 100

- 50 -



3£ 5. The most frequently observed point heteroplasmy across
the whole mtGenome in the Korean population

Rank Nucleotide position Variant Number of samples
1 152 Y 5

146

2
3 204
4 188
234
5020
5021
15119
15530
16093

<A KA i
DO DO DO DD DD DD DO iM
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19 6. The distribution of point heteroplasmy across the whole
mtGenome of the Korean population.
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3 6. Comparison of discrimination capacity increment between
the mitochondrial DNA control region and whole mtGenome in
three U.S population and Korean population

Control region Whole mtGenome Increment(A)

African American (n=170)
(Just et al.)

Haplotypes 148 169 21
Unique haplotypes 130 168 38
Discrimination capacity 0.8706 0.9941 0.1235
Haplotype diversity 0.9981 0.9999 0.0018

U.S. Caucasian (n=263)
(Just et al.)

Haplotypes 229 259 30
Unique haplotypes 211 255 44
Discrimination capacity 0.8707 0.9848 0.1141
Haplotype diversity 0.9978 0.9999 0.0021

U.S. Hispanic (n=155)
(Just et al.)

Haplotypes 141 147 6
Unique haplotypes 130 140 10
Discrimination capacity 0.9097 0.9484 0.0387
Haplotype diversity 0.9986 0.9992 0.0006

Korean (n=376)
(This study)

Haplotypes 306 364 58
Unique haplotypes 260 354 94
Discrimination capacity 0.8138 0.9681 0.1543
Haplotype diversity 0.9985 0.9998 0.0013
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3 7-1. The most frequently observed haplotype in the
mitochondrial DNA control region

. Haplotypes
Control region haplotype Matching Haplogroup
73G 194T 263G 315.1C 489C 523DEL 524DEL 16223T 6 D4b2b

16362C 16519C

3t 7-2. The whole mtGenome haplotype of the most frequently
observed in the control region

Haplotypes

. Hapl
Matching aplogroup

Whole mtGenome haplotype*

73G 194T 263G 315.1C 489C 523DEL 524DEL 750G
1382C 1438G 2706G 3010A 4769G 4883T 5178A 7028T
8020A 8414T 8701G 8860G 8964T 9296T 9540C 9824A
10398G  10400T 10873C 11719A 12705T 14605G
14668T 14766T 14783C 15043A 15301A 15326G
16223T 16362C 16519C

3 D4b2b1

73G 194T 263G 315.1C 489C 523DEL 524DEL 750G
1382C 1438G 2706G 3010A 4769G 4883T 5178A 6252G
7028T 8020A 8414T 8701G 8860G 8964T 9296T 9540C
9824A 10398G 10400T 10873C 11719A 12705T 14605G
14668T 14766T 14783C 15043A 15301A 15326G
16223T 16362C 16519C

1 D4b2bl

73G 194T 263G 315.1C 489C 523DEL 524DEL 750G
1382C 1438G 2706G 3010A 4769G 4883T 5178A 7028T
8020A 8414T 8701G 8860G 8964T 9296T 9540C 9824A
10398G 10400T 10873C 11719A 12630A 12705T 14605G
14668T 14766T 14783C 15043A 15301A 15326G
16223T 16362C 16519C

1 D4b2bl

73G 194T 263G 315.1C 489C 523DEL 524DEL 750G
1382C 1438G 2706G 3010A 4769G 4883T 5178A 7028T
8020A 8414T 8701G 8860G 8964T 9296T 9540C 9824A
10373A 10398G 10400T 10873C 11719A 12705T 14325C
14668T 14766T 14783C 15043A 15301A 15326G 15331A
16223T 16362C 16519C

1 D4b2b3

x*Additional variants of each sample were highlighted in bold.
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AT o]eF e Wgow MPSE ol &3 =Sl AR &=
IEE BAE Parks’9] =RAME D4 o] MEZEE}
DNAS] 4 ®E dAlddosr 43t wet 7 AldstA

PASE HERIFOR Ruy

3t 8-1. The whole mtGenome haplotype observed three times in
the Korean population

Haplotypes

Matching . aplogroup

Whole mtGenome haplotype

73G 150T 263G 315.1C 456T 489C 681C 750G 1048T
1107C 1438G 2706G 3308C 3759G 4769G 4883T 5147A
5153G 5178A 5301G 6253C 7028T 7403G 8701G 8860G
9180G 9540C 10397G 10398G 10400T 10873C 11719A
12705T 14766T 14783C 15043A 15301A 15326G 15724G
16183C 16189C 16223T 16357C 16362C 16519C

3 D5b1b2

73G 194T 263G 315.1C 489C 523DEL 524DEL 750G
1382C 1438G 2706G 3010A 4769G 4883T 5178A 7028T
8020A 8414T 8701G 8860G 8964T 9296T 9540C 9824A
10398G 10400T 10873C 11719A 12705T 14605G 14668T
14766T 14783C 15043A 15301A 15326G 16223T 16362C
16519C

3 D4b2bl
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3% 8-2. The whole mtGenome haplotype observed three times in
the Korean population

Haplotypes

Matching Haplogroup

Whole mtGenome haplotype

73G 146C 263G 315.1C 709A 750G 1438G 2706G 3834A
4562G 4769G 5417A 7028T 8392A 8860G 10379G
10398G 11719A 12705T 14178C 14693G 14766T 15326G
16126C 16231C 16266T 16319A 16399G 16519C

73G 150T 263G 315.1C 750G 1438G 2706G 4769G 5231A
5417A 7028T 8860G 11719A 12358G 12372A 12705T
14016A 14766T 15326G 15530Y 16223T 16257A 16261T
16291T

2 N9a7

73G 150T 263G 315.1C 750G 1438G 2706G 4769G 5231A
5417A 7028T 8860G 11719A 12358G 12372A 12705T
14766T 15067C 15326G 16172C 16223T 16257A 16261T
16497G

2 N9aZa

73G 152C 263G 315.1C 489C 750G 1438G 2706G 3010A
3336C 3644C 4769G 4883T 5048C 5178A 7028T 7181T
7673G 8414T 8701G 8860G 9540C 10398G 10400T
10873C 11719A 12705T 13914A 14470C 14668T 14766T
14783C 15043A 15301A 15326G 16174T 16223T 16311C
16317G 16362C

2 D4hlcl

73G 204C 207A 263G 315.1C 523DEL 524DEL 709A 750G

1438G  1598A 2706G 4769G 4895G 7028T 7269A

8281DEL 8282DEL 8283DEL 8284DEL 8285DEL 8286DEL

8287DEL 8288DEL 8289DEL 8584A 8829T 8860G 9950C 2 B5bZa2
10398G 11719A 12361G 14766T 15223T 15326G 15508T

15662G 15758G 15850C 15851G 15927A 16111T 16140C

16183C 16189C 16234T 16243C 16463G 16519C

73G 263G 315.1C 489C 603G 750G 1438G 2706G 3010A

4769G 4883T 5178A 7028T 8414T 8701G 8860G 9540C

10398G 10400T 10873C 11696A 11719A 12705T 14668T 2 D4;j
14766T 14783C 15043A 15301A 15326G 15670C 16223T

16293G 16362C

73G 263G 315.1C 489C 750G 1041G 1438G 2706G 3394C

4491A 4769G 7028T 8701G 8860G 9242G 9540C 10398G

10400T 10873C 11719A 11963A 12705T 13731G 14308C 2 M9alala
14766T 14783C 15043A 15301A 15326G 16223T 16234T

16316G 16362C

73G 263G 315.1C 523DEL 524DEL 709A 750G 1119C
1438G 2706G 3497T 4769G 7028T 8281DEL 8282DEL
8283DEL 8284DEL 8285DEL 8286DEL 8287DEL 8288DEL 2 B4clala
8289DEL 8860G 10310A 11719A 14133G 14766T 15326G
15346A 16086C 16183C 16189C 16217C 16311C 16519C
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ABSTRACT

Analysis of whole mitochondrial DNA sequences using massively

parallel sequencing in Koreans.

Bo min Kim

Department of Medical Science

The Graduate School, Yonsei University

(Directed by Professor Kyoung-Jin Shin)

Mitochondrial DNA is a useful analytical tool for identification of the
maternal lineage in cases where nuclear DNA cannot be analyzed, such
as degraded samples or hair shafts in forensic casework. In the
meantime, mitochondrial DNA analysis has been focused only on the
control region due to the limitations of the Sanger-type sequencing and
little quantity for the sample. However, it is well recognized that
expanding the analysis range from the control region to whole
mitochondrial DNA could increase the discrimination power. Recently,
the development of Massively Parallel Sequencing (MPS) has made it
possible to analyze the whole mitochondrial DNA more feasibly. It

-71 -



also has been more sophisticated to identify the mitochondrial DNA
heteroplasmy which is limited by the Sanger-type sequencing. In this
study, the whole mitochondrial DNA of 376 Koreans was amplified
with two fragments by long-range PCR. The MPS library was
constructed using Nextera XT DNA library preparation kit and
sequenced on MiSeq system. The obtained MPS data was analyzed
using the GATK Mutect2 pipeline. An additional 58 haplotypes were
observed by expanding the analysis range of mitochondria DNA from
the control region to the whole mtGenome. The discrimination
capacity was increased from 0.8138 in the control region to 0.9681 in
the whole mtGenome. The point heteroplasmy(PHP) was analyzed
with a 5% threshold. Total 130 PHPs were observed with 36 PHPs in
control region and 94 PHPs in coding region. The most frequently
observed PHP was located in nucleotide position 152. The analysis of
length heteroplasmy was limited by current MPS data analysis
methods, which analyzes with paired-end reads. Therefore, it was
necessary to analysis with one-way read. The usefulness of analysis
whole mtGenome was verified through this study. Also, the
accumulation of mtGenome PHP data has facilitated the application of
MPS in the comparative analysis. It is expected that the statistics of the

Korean population including the whole mitochondrial DNA sequence
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variation data will be used as the reference data for the analysis of

mitochondrial DNA in the Korean population.

Key words: Massively Parallel Sequencing, whole mitochondrial DNA,

Korean population, Haplotype, Heteroplasmy
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