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HARNDWAIZE L TIE, TEREFINZRAFZED & yRAERIREED & W Bt T LI 0%
K L7z KEDOERADPHEHOMIGRER ERIML TRIZLIZE W), WbWwa [ ZEREEH ] 258
ZHbMNTWA [Hanihara 191], € OHRZEMEIIE, BUUAZIR L L7z DNA#FZER, d A4
® DNA Z5#rafg & Lo DNAMZED S b X ENTHB Y [Japanese Archipelago Human
Population Genetics Consortium et al. 2012; Adachi et al. 20091, K1 HAK AN DK D K% B84
50l oTwb, —hHT, BIZEHENDOEOILREZN NN S, JERAENOBE L JHD
RPN HITZED D B 2 LATREN TV B [IF 2003], HAYE THARKLSBLEETTED

I RIMASTHEST L7z D2, IR E L TARHZ JUE S v,

INFTIE, FICHOREBENZMEICL > T, NMFOMARERER L OBLR, RIMICET S
HEDPZREINTE T LE LGS, 2010 SRS — 27 =24 (NGS: Next Generation Se-
quencer) 2SEifC DNAFEICEASINDL L H IR b L, BORBLELERTELZ NI K RERZ
F#2O DNA 2 WA e L e o720 TNUC XD, HARDOKRTHAAND DNA OB L Z 12 % 73,
TEREHTH LMTNIHRT L Z LD L 5> T b [Kanzawa-Kiriyama et al. 20171

AWFZETIE, HEAEERP S L NEICHER Lz, HETAREENX, DNA EHRSKEL
TV LEH I ICAE L, WU < HARBHIZE S 5 Mot RN EHIEA 2017, 2019] &0
BARBRRICB DA 7aN B0 E72, RBEODS [ER D ICDIRAFRAFT, B L CHE L0 T
RUHhEFEDLOLETH A | [RAHIH1949] L L7722 L5, DNA AT TH BAF A5 R A
Witeshs, £2C, HHEERE SN NG 7THEEICOWT, KR -7 202 HNTI b
¥ FU7 DNA G 247w, & HIZRAFIREDFIC R W 2 fRI2D W TH DNA T 2 i T & 72,
4l ZORRMEEIT) .
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I PR ROTE
1. RYVTILDEE

1948 4EDFE R, - FAHE, 15~ 16 G ANBOMLBAMHR I NN, ZORICEVFAVIELD,
% & DR TR ISR RERIRAE & 72 o TV D AN, AR E N Tw 5 135 AEB LU,
BHRTFES AL 22> TV LK 6 KOG 7 HOGHOE 21372 (£ D MAEFESAHRE» S
DF T 7T, RIS I ICEE L (BT, £1 0 [DNA GHHF 5| DXLl
B9 ) o AR STV BHRAERRD 14 5 N DAME IR E SN2 2 L2, RFZECEE
Lz NB BB RICET 2R E LT Y 7Y v 7 Lz, 22720, [EENES 2021] 2359 5%
I, ERMEEIT- 72 H 135, #4H 3-2-1, #H 3-2-2 O4EIEIX 1000 4EEL 12 LB &
BHLNERSTEY, FRWEL TORWED O 4 kD, HEATRWTiEEDH L 2 L1

MELZW,

2. AthAE

HEEE A 5 o DNA JR B L <, #H 3-2-1 & 3-2-2 3R L2 5 lem Ao 70 v -
YY) THHEZEOEREY 7Y Y7 L, #H 1375, 3-3-11F, BOBIRE R FI L
% SATH 2\, HEARFEO LIS FY VTS A REZET T, 2IPLbNFIIT7U—F§52LT
AR R (B 200mg) ZERELL 720 HBIZL 7)) h 2B, gL RO TR L, sigN
WEH YIS Z & THREDY > TV EFL 72 DNA Ofliftid [Adachi et al. 2013] I26E> TIT -
720

AN HI L 72 DNA SWICHNT IS0 % =D DNA 2% > TW A 02 kR T % 72012, APLP
#: (Amplified Product-Length Polymorphism method) [Umetsu et al. 2005] 12X %53 b2 VY

X1 BRUCEBREESHLIOY VTV

HHES | DNASHES | ERHFES() A EETf(mmBm(gzzm
137 N5 |[#H 135 SNIIM-13 e BE 2310-2120 2315-2120
(v ST TESER 7 TS 2 KEH S —
S mAs1e |- 7 PSS 3 KETH Horh =
7/‘6%"?‘5.‘ ?é—l ¥ H 3-2-1 SNIIM-3-2-1 e BE 1385-1340 1400-1315
IS, ImHse2  sNIM-322 | emm 1230-1095 | 1240-1070
S lmEse |- A RIPHT —
AL mE |- AT PPN Horbi =

(1) [FAIEA 2021]
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[SREHETEEEEEME L ABOKDONAZ] - w250 - BHEK - F & - EHHE— - FENt
#2 =PIV RUZPDNASBTOHESR
EFES ¥E 135 ¥BE3-1-1 ¥E3-1-2 #¥H3-2-1 BB 3-2-2 #EBE3-3-1 ®EEHI1-1-1
A7y 7 A 1D D503-D710  D507-D701  D505-D712  D505-D703 D506-D704 D508-D706 D503-D702
7 —F#(n) 578,064 679,187 245,019 771,592 1,263,565 50,791 310,986
Iba2FY7 DNA fi3ko ) — F#i(n) 55,256 111,562 58,584 84,372 148,889 653 68,700
(%) 9.79% 16.90% 24.31% 11.48% 12.40% 1.85% 22.62%
B — FOBRZ, mapq20 0V — F#(n) 37,605 21,108 45,768 49,073 111,221 63 23,805
PR IE(x) 120.07 70.09 203.06 148.80 37823 0.22 86.39
N7 uZ =7 (Haplogrep2.0) (Quality, %) M7alala(99.08) D4gl (96.51) N9a2al (97.07) M7alala (99.08) D4blala (98.98) — M?7alala (99.08)
nrarz V=7 1) M7alala D4gl* N9a2al M7alala D4blala — M7alala
NTaZN—THR—3K, Ty, (Al) (%) D 1.32% (1.60%) 0.00% (0.00%) 0.67% (343%) - (0.51%) - (0.89%) — 0.00% (0.28%)
APLP M7al Didg N9a M7al D4bl A?? M7al
(1) [Kanzawa-Kiriyama et al. 2017]
7 DNANT Q7 )V —T 50 %470 720 FEE (€134 2014] & [Kakuda et al. 2016] D5 EICHE-

THAT L7,

Wi DNA 2 kit — 27 =% (NGS : Next Generation Sequencer) THHI$ 572812 NGS
G T A7) OVER EAT - 720 YERFICIE, 3 DNA KiglC i 515418 DNA 55 H O 7
I b BT A7:812, “no uracil-DNA-glycosylase treatment” (LLF, no-UDG) THEHZ 1T
W [Matsumura et al. 20181, M OBIIFERK TlE [Rohland et al. 2015] @ “partial uracil-DNA-

glycosylase treatment” (LLF, half-UDG) I2TI A4 75 V1ERE1T- 72

AR TIELNGSH I A 759 2 58FMICHARAD I ba >y FY 7 DNA O %

1719 72912,

19729

FATIVIZEETNAE FI >y FY 7 DNA ICH3ET 5 DNA Wi % [Maricic et al. 2010] @
FEZHCCHEME L2, SIS RFYTZ7DNABIOEDNADY — 7 TV A, F—FHriE [
E1IH2021] IZfto720 BEDNA DY —7 TV A%, © FHED DNA OEEGOEVIRE 2% E L

THEML 7.
I RR

1. APLP DR, XU NGS ICKDHHTHESN U — ROEFEE

GHCHCZBE 7 505 b, #H 3-3-1 SO T XTH 5, APLP i TREFZRIE LR

72 (£2), NGSI2Xk A3 Fa» FY 7 DNASGSHTY, H 3-3-1 DAL ftksr 5

Ibhav

FU7 DNA WXy FE3N) — FBPE LB oM, o) — R NICHIET 2 9% X
572012, V= FEBIUC/T, G/A DERELHMHNIz, TORME, V- FROE—=271F, v
NDFA4 77 NIZBWTH 40-73bp LIFEFITHL (1), W DNA DR THS C/T, G/

ERSBIEI N (K2), 72720, #H 3-1-2 13K O @R O MK & T 5 72
s, BAD DNA oGO EsEEbNI7z, £ 2T, no-UDGEEDNA 74 77 & ¥
P2HE L, RO REMEZMGEL 720 £ ORR, RIn~OWR 2 BRSHERINT 2 L2, 4
H 3-1-2 13 DNA ORAFIREDS D TRW-OIZ, KiDOBEIRESMRWoZ g I, Yo
ik o, HEWEESD LG22 68 SN DNA X, 5 DMEEIARRRE > Tz DT

H5b k*“[iﬁl/f:o
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#EH135

¥ HE3-1-1

¥ H3-1-2

¥E3-1-2
(No-UDG)

Occurences
a
g

Occurences

T T T
k4 ] 8

I

T T
R 2
Read length

T
8
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.
g
1

M
3
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N

ol

300
T T T T T T T T 1
8 ¥ 8 &8 & 8§ 8 8§ ¢

Read length

H g

S
1

Occurences

200 —
100 =

|
T T T T T T T 1
2 2 2 e 2 2 2 e
E 2 g g 2 2

Read length

AI\”‘
T
8

Read length

X1

”“”"‘l|“|l|l|||l|||hm-|.
T T 1
53 s

EE3-2-1

& H3-2-2

& H3-3-1

¥E1-1-1

Occurences

Occurences

BBABDS5ES5Nc DNA O ROZ T

Occurences

Occurences

oo =

'

|H”””||||""||Ilmnu.
f T T T T T T T |
s 9 g 8 e 8 8 =8 =®
8 ¢ 8 &8 = g g =

Read length

Read length

Read length

T T T T T T T
e B 2 B 8 8 2

Read length

I
8

HliE DNA B &, HiliI & EToY — FEL, UDG LB L TWARWDNA 54 75 V11X
[No-UDGJ &it#i L7 UDGALFL TWw7Z\» DNA 4 75 V1 [No-UDG] &it#L 72,
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x®3 REEEBSWAEROI NIV RUTYS/ LICES5NT DNA %8

Bk nN7oog—7 BAS TR R
¥H 13 7 MT7alala G14226A
H 3-1-1 D4gl* T125C, T127C
H 3-1-2 N9aZal G8959A, A10996T, A13827G
H 3-2-1 M7alala G14226A
H 3-2-2 D4blala T12879C
H 3-3-1 — —
MH 1-1-1 M7alala G14226A

&4 k& MHE¥RDNA OSEE

ArES ¥EI13S  EE3-1-1 EE3-1-2 JEE3-2-1 JEE3-2-2 REEI1-1-]

425y 2 2 ID D505-D703 D506-D704 D507-D705 D505-D710 D506-D709 D501-D707
N e ETEE2 KTWES Lo o FEL
i F R4 e BE KEIH KEIH S GEAS FEMTE S KEIH

& ik DNA ORI 441% 0.34% 403% 1215%  4398% 5.27%

(mapq30)

2. BEREEMABTODI I RUZ DNAN\ZOJIL—T

OHTRREL6 KD, NTRTV—=THEZ TG - FBERLIZEPTE SOT—425
g SN2 6 MOFO/NT B 7V — 71 N9a, M7a, D4bl, Ddg DR#MIZIE L (F£2), APLP ik
KX MERETFELRV. NTa TV —T%P%ET 5HSNP (—HHZL A : single nucleotide
polymorphism) % JH\WTHEE L 728G A DNA 75 DOiH4RIZ, #5412 0-3% TH - 720 = OHHEIZ,
INFTOEHRDNAMETHE SN TV EHLEE L HREWIZZ2 W (e.g. Sanchez-Quinto et al.
2012; Fu et al. 2013) %12, MARIFRWERZ KL 28R, M7a TH S8 H 135, 3-2-1,
1-1-1 TH—OERPBDO LNz (£3),

3. #% DNA Zth7ZE{T S HBDERE

I b3 Y FY 7 DNA G CRIFRBROE S NHAKICOWT,  k DNA GHRZ Rz E
A, WEEEZ 7Ty ZY) TRIL Z2#H 3-2-1 & 3-2-2 TERZN 1215 %, 4398 % & ms)E
T SNz (F4). TOMDMEARDL EHEIS % HiEHIZ L, WG O R TlEd % ) Eho 72,
L NIEER BHIR 2 5, FRCEWE AR 5 7245 H 3-2-1 & 3-2-2 OF% DNA 547 & ik 7z,

4. % DNA F—5 DfEFY, MRIOHES LU Y REF/N\TOIIL—T

#H3-2-1, 322, bZhTh, 336575, 29T HOL=—2) - F2IHRL (K5), ¥
DNA ® 42.32 %, 98.83 % OFHILOBLY] % e L7z DNA OFIJIREIFZ N2 053 & 560 & %o
720 B D DNA O eAIE 1% MU LARBEE 5 720 WIS, X Retafke Y Refafkic~y L7
V= FEROLP W EHEL2E A, MH 3-2-1 ZBEL N 2HETH L 10: 195K
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=5 &% DNA SR

Schmutzi

\7O

mapag30, s S
B 17y #arU— w—vu— mgU—r JEEES YREEA e C&amRE gl—r  ANSSD
= XD KA KR oRzEo gk NUIYE BT 00 A—m  SEDER
U—R#(n) [min, max] Tv(%) (1)
D505-D710 145748795 138841102 12025516 555394 343 01% ik (E% Coso ] 0.00% —
) 00 % -

g DSOI-D708 122541039 116764083 7547171 351,200 220 01% o oz 000%

3271 psgo-pro7 127570141 120595973 8237751 382,563 272 01% (E% s . 062% —
D503-D706 97065092 92953784 5840971 269,706 213 01% ([’% o ;o 085% —
D506-D709 243443165 233508915 87232788 2194425 188907  86% Uitk (E% o ] 031% 059%

05 %

gy DW03-DT02 218094302 213204087 7464739 1877813 162277 86% 5] 057% 056%

3272 D504-D701 178704765 174734804 62807483 1579915 137547 87% (E% Coso ] 031% 0.48%
D505-D712 177236002 172850562 65280349 1636705 140987  86% (E% o5 ] 041% 0.35%

(1) [Kanzawa-Kiriyama et al. 2017]

&®6 F4 (FJ7VUAH BX:EB, TAL) OHEBHER

URETICHE A E (Z>13) 13 TR L7z,

A) F4 (779H, ML 72N, RKEHAN)

S (0) R (PD) FH 2 (P2) M3 (P3) F4 Z SNP % PR
LT T A 23 & JH 3-2-2 AEHAN G3E)  -0.000785 4798 4716130  0.000164
N A 23 5 H 3-2-1 AEHAN GERD - -0.000786 -4661 2059327  0.000169
LT T A 23 5 TAI 2 AEHAN GERD - -0.003332 -5.701 29037 0.000585
N A 23 5 TAI 35 ALHAN G5 -0.003603 -14.231 249094 0.000253
B) F4 (779 %, M3 #H, SHRHEAN)

S (O) R (PD) FEH 2 (P2) #H 3 (P3) 4 Z SNP % PR
N A 23 5 H 3-2-1 TAI 2% 0.003465 3.002 14020  0.001154
N HiIF 23 5 H 3-2-1 TAI 3% 0.00252 5.698 111950 0.000442
N A 23 5 JH 3-2-2 TAI 2% 0.002906 3.803 28863  0.000764
N ARIA 23 5 JH 3-2-2 TAI 35 0.002867 8502 247474 0.000337

CEENTBHBY, HH32-21310: 1LISEVWI ERS, FRENLNHE, BHEHE L, £H 3-2-2
DY YefufhoNnTa 7 v — 71t Olb2alal (HE S N7z,

5. EEDLE

FRA AN L > THRT V7 OBUCA - A L IR L 72458, #H 2 ko 7oy MBIt H A
ANOGADOHPANE 2 -7z (K3)o X FMICMERE OBIRESICT S22, f4-statis-
tics 12X BRI E T o720 TORRE, HHINFEIEO 2 FREBUCH AN XD S HEHICAH IS
MNTERNER - 72 (K6).

NV 5

AWFZE T, HHWBEBEHONG 7HZSH L, 652053 a3 FY 7 DNA, 250568
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DNA O5HTIZHEI L7ze TORVEIIERIE, A0 RIFZRFREBICEI 2 b0 LR ENb, &
FREDOI P FYT DNADONT BT V=T, EHOMLRICHET ST a7V —F M7a
&, ERREEDNT T 7V —T N9a, D4bl, Ddg ki s 7z, BRRMO Y PetfhTd, 9%
KRICHET 5T a7V —7 Olb2alal 28/ 5N, I b3 ¥ FY 7 DNA OKELEFTIEL RV,
Olb2alal # &7 7V —7 01b2 1, BROARLHARAN L HEAIZZN 2N 293% & 314 %
CEHETRONLZEELNTO 7 V=T ThY, ZOMOIKT YV T7RHET ¥ 7 DENT LI
HECTH 5N S [Kim et al 20111, O1b2 oHTH, HE L ZDH 771 7 )V —7 Olb2alal O
B E, ALHANEHEATRELZLZZEPAIONTEY (RLHAANTTT % & 220 %, HE
T3 333% & 40%) [Hammmer et al. 20061, AT HANIEY 2T 7V — T3 H O NG
W RAON. EofRE, HHERPTEROM R & JERRRIMN L 72EHTH 52 & E2RT
LI, BRHARANBIEWICEE L RZHTH DI L 2 EEMIIR LTS, BEDNA 7—% %
W RGNS, H 3-2-1 & 3-2-2 TORMESVIFBRATLHAN O &IZIZFEAE
LHEEE SNz, LA LSS Fd-statistics Tld, 48 BEEBEEO 2 RITBHARLEHAN GERE) X
DL TH o722 &nn, RIMDPFELZTRFIHEA TR P2 EVHLNE R 572,
[WHIZ2 2021] 12X 5T, 4 DNA 5047 L 72 R0 F401Z 1000 4535 < IEAH D, #H 13 51
AR TH# L Z SN Loz, HH 1375 DNA ORRFFIRED RIFTH Y, #
DNA ZHTIC# L T b, TOZ E05, i H IR SR G OURERR D S IR To#
RINE BN S5 S EDRE5HRIETH D, 72, ERWEEIT-> TR VIEH 3-1-1, 3-1-2,
1-1-1 122 W T H +48 DNA G S WHETH 50 5%, SN B OEKIZO T HAERGH &%
DNA 53#i %2479 2 & C, BHEFOETIZOWT I VMO NI RD7E59, ZOEEKITE
%505 I M3 Y FY T DNA W THIREWH RS SNz, #5H 135, 3-2-1, 1-1-1 ® 34k
332 M7alala (S E 72285, 3R 3 Fa > K1Y 7 DNA 2451 T b 5222 f—0 /s THh -
720 H, — O OB TEEMAD S — ORI S NG, TS IERSRR TR
HHEHWT 2D, FERGHTIE 13513014 ~ 2 4, 3-2-113 6 ~ 7 Al & KE 258 <
Wbo DF D, fEHEBNCIERR R CEIZICEDOER S EICE > THES Tz L E 2
bNb. T2, 6 AP 3EMBFE—DONT OV —FThHbH I Lhb, BIZMEHEIZEV, I
M, BIUROES Ltk oy R RIS 36 ko I b3 > FY 7 DNA 774 TlE, k4
BANTA 7NV =T ENTB Y, BEMEHRE S [ 2021] 5%, WSO AE
DOF; DNA Z I3 5 2 &C, WEMOBRBEFRIIOWT, X )M AMEEATiEE 257259,
4, M H 3-2-2 25 K5 7 & DNA ORI L, FHHEE 560 TF— % 213720 DNA ®
ARG O P TR TROWEARO—DTH L 2 L b, 4%, BNy -7
A TEAEE DNA 24 L, RBIBICH B, HEREER & O &2 R A7 v, SHoBEE L
72\,

M ET RSN, SRAERRD S IR T TOAGEI L TEB Y, L) OBIRNEEICH
LTEELRMAZD26TLEEZOND, 5% OIEZBIT 2179 2 LT, HAVBHERBOE
BERIZINTFTLIOVHLNLE R DA, RN EDO—WE LNIEENTH L,
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i i

AWFRICEE LT, IMEBBHRAEOHREWEOALSER, ANFR, ZHE-FK, ABHE_KE) HE
74 i EBR NS O DNA G 2T ) S 2 W2728 F Lze F72, ABMEEITICH-0, [WiE
SERIIG, WIILER, ROERZEICE DD > TS 572 HEWT H 55 3 LS50 £ IIERE B IEE;
W FE L7 EBIC, 799 F 770 F4 Y ZICTFEOTREZ W2 EF Lz, Z2ICRLT
I N 2L, FARWIETIE, V=V TV ATFT— Y OB ODIT, [EH - ¥ 27 AWF5ek
R R T A BB A— =2V Ea— % Y AT 2FH LT L, B, Kifge
EFEEMT I (WFZE R A [N ABFIEITIC D & O YR A ¥ 7 NELOfEI ] (R
# fEHE—, BEF T 18H05507) % v THEAT L7z,

B, AT FMEIRIGE [ 2B EZE Lz R4 7 Ao & BALoE ] (R
# ENLB RS AR, BHERIZE A02 BE [WHARAST ) ARHIFNTICH L O YRR DT
NAEALDFEIA | (%2 ENLRHAHWAE EHEE—), READYFOR®D 2 5% K77 74 » 7 [k
MEADONE,S, MLA - FEAOL—V1THZ I | | G523 8a (SR REHE
HI)) OEEO—ETH 5,

SER
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