BRATH LT, vy BB
BIfRIC AT Y X S 0D 2 & D3] Wﬁ
Lz, DFED. 4 THRS TS H IR
O CVEDO T Y X ORE L, M5 Tk
B LTCHWDZ b, 94770 —H
DIRTITHFPREEHELTNDLZ &N
Bz ohiz, b, FEEORE (FZEH
eI TR 22 &) oW TED
Nlzor—r2r VAT — 2 B fRITT DA
i, EEEIOMSL L@t 2175 2 & b
HHETHDLEZZOND, Uk, WA
= YD T — RO T DI HE
Y7 ) L DNA Z WD 2 &, =S
A DNA ARV T 47 arba—neL
THEEHEEZT LI ENAREEL R DT
T/ <, BHRA (Limit of Detection
(LOD)) DIFFE, BEDOT T v b7 4 — A

[ COEBFHMICZRII> b 0 & Bbi s,

E. f5

AWFFETIE R~ Y — DR E
BEETAED, v a— ) — REF|OfE
BRI Z Y 2 DFAMER N T —I2F

BL (A2 F#HiSeq2500) i
— 7 P —DOHEREIZ DWW THREE LT, £97,

Fexlx . SREINCXT AR REROEE
DEEIZHRIE SILTWB T MMER % E(E
L. ZOEHS ) ADNAZ AW TY—4
VAREIT oI, BRI — T A I N
EEEOHEELRELLEZA V—F
AT — A BENEZNEE BIEEDONT Y F
IR E LD 2 &K L7, |

— RO =% ) — AETITRIT B FR A

BV Rt B3 18 SGbase 2 E TH 5 23,

ASEIDOEBRD L HIZ, 15~40GbaseD L —
FUARAT A EEREBLESEETH. T

AT TV —TONT Y XNHA I NI,
T D—FC BB OIS UT- T 21T 5
ZET T AT = A DNT Y X
A BIDZ EBERES N, DFED, —
U ADREE RO DT DL, Iy
VELES T DH & O RSE LT O
fighfr & Efi 95 2 L b EETHD Z LB
Wiz, Flo, SEIOMFENT L 212, &
WOMBRED I N v T —F o A%
Tolcl LTH MET HHEDNBEIZE
WTIH AT Y RIZEDNEND Z & HEIE
Shic, 2O EE BfEDO Y —r o h—
HEOMEEDRRATHE EEZLNDT-
W, S%IF, 2 X MEPEITEE R, B
BNTIS U Co—r v — DR E 2 AR L,
AT IR EE ST D L NEETHS
LEPh S,

F. WFgEssk
F-1 FR3C¥FR

1. Fukuda A, Tomikawa J, Miura T, Hata
K, Nakabayashi K, Eggan K, Akutsu H,
Umezawa A. The role of

H3K9me3

modification in establishing imprinted

maternal-specific

X-chromosome inactivation and
embryogenesis in mice. Nat Commun.
2014, 5: 5464.

2. ZiH 75, R BBlA. BARER - Mg
ERICERT 2RI IO RE -
ZEMEFHE O RA & EEEEDE 2
7. BAFRGEEERE. 2014, 16
1-10

F2 ¥R
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B RE, R ¥, ZJH 15, 18
2 BA5L. mir-302 ¥4 7 2 RNA 7 7
IV koe FEREMERMED
e NIRZERTHA LRI 28 14 [EF
EERFERE, Bk 2015 3 A
19~21 A)

Takumi Miura, Tohru Sugawara, Atsushi

Fukuda, Ryo Tamoto, Akihiro Umezawa,
Hidenori  Akutsu.  Generation of
Committed Neural Progenitors from
Human Fibroblasts by Defined Factors.
The 12" Annual Meeting International

Society for Stem Cell Research,

Vancouver, Canada (2014 4 6 H 18-21
H)

G. FRMEEMED HFE - BEARIL
G-1 HrEFEUS
L

G2 FEFREBE
L

G-3 Tt
FFROFHER L
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I

) I\DNAD T L )LE

7

Gic}
R

£

&1

Yes
No
No
No

Validated by Digital POR__Validated by NGS _ Class of Mutation

Missense
Missense
Deletion
Missense
Missense
Missense
Missense
Missense
Missense

Missense
Missense
Deletion
Deoletion
Delation
Deletion
Missense
Missense
Deletion
Missense
Missense
Missense
Deletion
Missense
Missense
Deletion
Deletion
Deletion
Deletion
Norne
Deletion
Deletion
Deletion
Deletion
Missense
Missense

Gene el Number Reference Base Observed Base Amino Acid Change _Allelic Frequency Codon e ExonlD
BRAF chr? A T VEBOOE 105 GTG/GAG  Exon 7 140453075_140453193
KIT chrd A T DBi1sv 100 GAG/GTC  Exon 17 55599236 55596358
EGFR chr? AAGGAATTAAGAGAAGCA AA 1£746 ~ A750 20 N/A Exon 19 551747172 55174870
EGFR chr? T G L858R 30 CTG/CCG  Exon 21 55191719.55191874
EGFR chr? c T T790M 1.0 ACG/ATG  Exon 20 55181283 55181478
EGFR chr7 G A G7198 245 GGC/AGC  Exon 18 55241614 55241736
KRAS chri2 G T G13D 150 GGC/GAC  Exon 12 25398208 25398329
KRAS chri2 G A G120 80 GGT/GAT Exon 2 2539869_2539748
NRAS chrl Cc A Q81K 125 CAA/AAA  Exon 3 115256599.115256777
Exon 10
PIK3CA chrd G A EG45K 9.0 GAG/AAG 178935998~178836122
PIKICA chrd A G HI047R 115 CAT/CGT  Exon 3 178951882 178957881
Cox2 chr13 AC A V306fs 415 N/7A N/A
ARID1A chrt GC G P1562fs 335 N/A N/A
CCND2 chri2 AT A N/A 325 N/A N/A
BRCA2 chrid CA [ A1688fs 330 N/A N/A
ALK chr2 G A P15438 330 CCT/TCT  Exon 2 29415640,29416788
CTNNB1 chr3 c A §33Y 325 TCT/TAT  Exon 3 41266017 41266202
FBXWT chrd TC T GB67fs 335 N/A N/A
PDGFRA chrd G A G426D 85 GGC/GAC  Exon 4 55138561 56138687
ARG chrd [ T R2714C 330 CGT/TGT Exon 5 112173250, 112181936
ROTCH1 chrd G A PGB8S 315 CCG/TCG  Exon 9 139409742 130409852
FLT3 chrid GGA G S$985s 105 N/A N/A
FLTS chrld A G VIgTA s GTG/GCG  Exon 13 28626682 28626811
IDH1 chr2 G A S281L 10.0 TCA/TTA  Exon 2 208106718 209106869
CTNNB1 chrd cerT [ S45del 100 N/A N/A
MET chrl GT G V237fs 85 N/A N/A
SH2DZA/NTRK 1% chri AC A N/A 85 N/A N/A
ABLZ chrl TG T P986fs 80 N/A N/A
CDH1 chrif A G N/A 75 N/A N/A
FANCA chrif ACT A E3457s 15 N/A N/A
NFY chr1? cT c 1.626fs 15 N/A N/A
NF2 chr22 AC A P275fs 80 N/A N/A
EP30C chr22 CA [ K281fs 80 N/A N/7A
MLHT chrd C A L187M#x 85 CTG/ATG  Exon 3 37061801_37061954
FGFR1 chrB G A P124Lxx 85 CCC/CTC __ Exon 8 38285439, 38285611
#* This che location was d to bath SHZD2A and NTRK1 using hg19 and GRCH37.

% LIBTM is the correct annotation with reference to ENSTO0000383761. It may be observed as L323M in other transcripts.
#x P124L s the correct annotation with reference to ENST00000335922. It may be observed as P180L in other transcripts.
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T2, BEE4H ) LADNACBITB - AEDNATESIEE

H> I wE(ul)  BE(ng/ul)  #=E(ug) IRATEEE/HATEEE
Standard DNA1 20 59.8 1.2 1
Standard DNA2 20 57.9 1.2 1
Standard DNA3 20 64.8 1.3 0.9
Standard DNA4 18 61.2 1.1 0.9
Standard DNA5 18 59.3 1.1

Standard DNA6 18 61.2 1.1 1
Standard DNA7 18 64.2 1.2 0.9
Standard DNAS8 18 63.6 1.1

Standard DNA9 18 58.4 1.1

Standard DNA10 18 61.8 1.1 0.9
Standard DNA11 18 50.6 0.9 1.1
Standard DNA12 18 59 1.1

Standard DNA13 18 58.7 1.1

Standard DNA14 18 56.9 1 0.9
Standard DNA15 18 58 1 1
Standard DNA16 18 60.6 1.1 0.9
Standard DNA17 18 59.6 1.1 0.9
Standard DNA18 18 54.9 1 1
Standard DNA19 18 59.7 1.1 0.9
Standard DNA20 18 61.2 1.1 0.9
Total 510 40.8 20.8 -

Quant-iT dsDNA BR Assay Kit (Thermo Fisher Scientific) ZRU\zEYEENTHNZ.
[REESE/EHATERME] FRETESHERE ZARHDNA FEEROTRERT (HRBE<3)
FHMEIEE & LT, STCRBESNIRBERE. 8. RUKBTESER (R1) &”AIEDNA

ESEROTRET —FZIBEIC U TEHE LIz,
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F=3. 1Z#ES ) LA\DNADEESER (Nanodrop ZRUVVERGLES

ol wE(ul)  EE(ng/ul)  #&(ug)  260/280 260/230
Standard DNA1 20 60.3 1.2 2.2 1.3
- Standard DNA2 20 57.6 1.2 2.1 1.3
Standard DNA3 20 57.9 1.2 2.2 1.3
Standard DNA4 18 55.8 1 2.2 1.2
Standard DNA5 18 56.4 2.2 1.3
Standard DNAG6 18 59.7 1.1 2.2 1.2
Standard DNA7 18 60.3 1.1 2 1.3
Standard DNAS8 18 62.1 1.1 2.2 1.3
Standard DNAS 18 57 1 2.1 1.2
Standard DNA10O 18 55.8 1 2.1 1.2
Standard DNA11 18 57.3 1 2.2 1.3
Standard DNA12 18 56.1 1 2.2 1.3
Standard DNA13 18 56.4 1 2.2 1.3
Standard DNA14 18 54 1 2.1 1.3
Standard DNA15 18 56.4 1 2.2 1.2
Standard DNA16 18 54.9 1 2.2 1.2
Standard DNA17 18 52.5 0.9 2.2 1.2
Standard DNA18 18 52.8 1 2.3 1.2
Standard DNA19 18 54.9 1 2.2 1.3
Standard DNA20 18 56.1 2.1 1.2
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SO

A-EcoT14 I digest

Standard DNA1
Standard DNA2
Standard DNA3
Standard DNA4
Standard DNA5
Standard DNA6
Standard DNA7
Standard DNAS8

10 Standard DNA9
11 Standard DNA10
12 pHY Marker
L—> (Ehr5) BT

1 A-EcoT14 I digest
2 Standard DNA11
3 Standard DNA12
4 Standard DNA13
5 Standard DNA14
6 Standard DNA15
7 Standard DNA16
8 Standard DNA17
9 Standard DNA18
10 Standard DNA19
11 Standard DNA20
12 pHY Marker

M1, 7ZHO-XRTIVERKEICLDY ) LDNADRERHER
HATFEEERLID50ng DOZAIEDNA 27 TS+ Uiz,
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(a0} PG0804_21801_H1 Fu PGO804_21802_H2

40+ 50
20
01 0 \
- 55 10 2200 0 40 | 700 150 ol L S S I W Sl e el
9> Standard DNA #1 H>7)L Standard DNA #2
E—oH4Z 310 bp P X 305 bp
RE 25.9 nmol/L e 16.5 nmol/L
FUl 4 PGOB04_21803_H3 U PGOB04_21804_H4
XSO'J
160 160
190 140
120 1204
100 1004
804 80
« o
404 20
20 20
0 l« Oj
T s s o T o W i
H>7)L Standard DNA #3 B> 7)L Standard DNA #4
E—o91X 304 bp E—o91X 312 bp
== 25.0 nmol/L e 30.4 nmol/L

2. Agilent 2100 Bioanalyzer ZRU\zU — REDRTEFR
VERIENIZS — o > RS540 5 —D@EZAgilent 2100 Bioanalyzer #BWTEIELE. &
fe. SATSU—CET7ITH—ESEAIESNTWSED. E—OBA XS T75 5 —5+
X (¥9100base) ZBpWWzB XN oO——>0H 414X ERB.

BTV 47BEEDDepth(CDWTEIZITS I2sd. RI2TILTAFEAIDDS A TS —%
MIZUTIRR U,
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£ 4. Phred A UFT 4 AOATICE DV —4 > A BRFTOFEE T

B> )L U— R# IBE Q30R1 Q30R2
Standard DNA#1 474,895,722 47,489,572,200 95.3 93.6
Standard DNA#2 529,964,716 52,996,471,600 94.8 92.0
Standard DNA#3 440,178,726 44,017,872,600 95.5 94.2
Standard DNA#4 469,051,582 46,905,158,200 95.0 93.5

Q30R1: i - MEEARIT(CHNT 1 DIE (CHRHMSNDY — ROmE
Q30R2: MEHARTICHS LT 2 [MB(CHEARMSND Y — RO@EE

@)
o

N
o

w
o

N
o

Mean of CV (%)

N
o

15Gb
30Gb
40G

3. >~ > X&ENM 15Gb. 30Gb. 40Gb DIFECHITDEEREL (CV) DFH
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q990€ /

Q961 /
Qoo

4. 15Gb. 30Gb. 40Gb DB TS —4# > ANz L EDEEREM (CH T DERIEEDEHHI (CV)
CV {E(F 4 BRI UTeS —4 > AR S/ NIEERBEICE D\ TERENE

*EENDZEEFFICDVWTIE, R5ICRUE
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&5, BELSJ LADNA L CTHEER SNIEERER

TR wr | aer | rvmzk| o rmex
ID (EH)
1 chr1 115,256,530 | NRAS Q61K G T
2 chr2 29,416,326 ALK P1543S G A
3 chr2 209,106,786 IDH1 S261L G A
4 chr3 37,061,883 MLH1 L187M** C A
5 chr3 41,266,101 | CTNNBA1 S33Y C A
6 chr3 178,936,091 | PIK3CA E545K G A
7 chr3 178,952,085 | PIK3CA H1047R A G
8 chr4 55,138,600 | PDGFRA G426D G A
9 chr4 55,599,321 KIT D816V A T
10 chrb 112,179,431 APC R2714C C T
11 chr7 55,241,707 EGFR G719S G A
12 chr7 55,249,071 EGFR T790M C T
13 chr7 55,259,515 EGFR L858R T G
14 chr7 140,453,136 | BRAF V600E A T
15 chr8 38,285,611 FGFR1 P124L** G A
16 chr9 139,409,754 | NOTCH1 P668S G A
17 chr12 25,398,281 KRAS G13D C T
18 chr12 25,398,284 KRAS G12D C T
19 chr13 28,626,706 FLT3 V197A A G
20 chr16 68,867,462 CDH1 N/A T C

ZEFEECDLTIE. R1=ES8E,
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(%)

ml

CV{

80

60

40

12 3 4 5 6 7 8 9 10111213 14 1516 17 18 19 20
RER *

5. &YV EIRBEEEDEEHFOSZEERERCHITIEEEEDEHHRE(CV)
2RV ETEREFE EHEE. 40Gb, 80Gb, 120Gb. 160Gb HYDF—4 &1
BEDCHAI G TIU T U BEBREMCHBITBDENENDS —o > A& (40Gb.
80Gb. 120Gb. 160Gb) ([CHHHTIIEEMEFRTER. CVEZEH U,
HEBOZREFCDLTIE. TS5 ITRUE
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CV1E (%)

100

80

60

40

20

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 20
EEEHRT *

K 6. 27y EIEREAENEERORZEEEFRCHITDIEEEEDNARECHT TS
ZEMRER (CV) (NRBEICHITIEIMED/\SWVF)

2RV EIEREFE . 40Gb. 80Gb. 120Gb. 160Gb DT —4 ~/23
KDCHT B TUT U, BEEREFRICHBITRIENZNDS -S> & (40Gb,
80Gb. 120Gb. 160Gb) (CHEITIEEMEZATR. CV EEEH UL, =5(C,
NREEZHZ CVEZEHLU. BAES KUNFKIED 2 D CV [EERDT.
*EENOZEREFTCDLWTIE, R5 ITRULE
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JE A FABRL AR i Bh 4 (E 3RS IR RAAD - FPAEA e S 3E)
DRI - RSN TR O BB BRELILH I C B T 72 L X 2 T b U —W o = RHF5E

Sy EBFSE

B ZEMTLY 77 LA E LTORERANT ) LD de novo it H R E

IR
() ESTRCHE BRI E > 2 — AR 44— by —k
RN
W E E

N T2 BEMEERAINE (1PS MAE) OFE A6 10 43T < 25 L, iz A= FAEER N
BFEREFOCTE I, ERLICET, TORERREME~DOELBFELEHE->TEY ., #is
BIZEMERIG, 2 FE 0 7 AEERSIOERZRHR LI FIEBE~DE B L 2o TS,
INET, &7 LB L TR EVIBEANOEIIT I Y —b « =T 2 TR
Fras LSNP 7 Lo % FW T 28 BARAT S A S IR O 22 FEME RT3 72 AL TV B 28,
WA — 7 = RO LRS- oo X MERIC L V. BhnBEsNnEs ) Lk
WL LIEFHER RO 5N D Z EERE W R, —F, ey ) AEE-oThH, FxH
KANEXGE LR, HICEREITORAICEER LT b nand 5, Tk
FIoI—a v RRRT 7V HIROE MU T ANBEEINZE N LD Ty L AR
IR EDORRE, — iR BARAND T ) MBSO HBIER E L TERIYL > TN D0 L0 ) HET
b, —HEBHTHS NP IZOWNWTIFEL DT —ZBZESH5TWVBMN, ZIUIELS DIEL,
HREL LB CEEFBREDTONEZTY 7 VT N TCHOT, V—FF—FBV 77 LR
BFIE I L TCE L BG83~y 7and, DE0VE I Vol U — NEERS LT
ZORBIRTH D, ZRET, TIHIVoLBE»OEBIZAEIITON T 2D olz, %
NENDOANFE, F7ef@e AL, SEIERZEEZFEFEL D Lab, BBFEOY 77 1
VARAE IRES AR OBELHELHRETH7DITE, V77 Vo RESNCHEDS Z L
. de novo T T VEITHOMNEND D, I CARMIETIE, BICAARANEZNEE LIZH
ARBELREIL, BB E LT AOREBRAZHEEZR), BEFEOY 77 L AEF%
AW es ) AEFREET -T2, XT TV R FA T 5V, AL T - 5475V %
FREN 3O, AR 6 TATTVEABEL, Kt —7 VY TY—s T VLS 4T
FTRA MDA BHEETIRFOHERTT B T AEITV, EHIEIHR—T
FHHELNS 10 kb ZBXHEVWI —RFF—#2FHAT52TELOF vy v 72D D
TENTE, MATELIZS NOBEFEBRABEDY L TIANERTZ R F4T75)
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AR V=7 U T ERITV, RBIRTIRO Gy /) ARSI < v B 7 &24T0, %
DIEMMER L O— B E» Oz, FRES, FREESHORERLLAADI L, Th
FTHRACEBL TRESN TV a = HZADOL 2T L—7 R A v b L &bk
THI LN TE, BELBERRICAITIZHERNLRREEFMEL LT, ko -y

TNVERE AEATERT—F L LTERLED DO TH D Z LR SN,

) ESL B ERMIE Y v F— VAT AFA - BAEFUIRE BRI AEE £

() ESLEE ERITIEE v 7 — NRDBS AEERRI Y v 7 — BT — X EHE

() ESLREERIE Y v Z — FEEMRERUIEE FESS ) 7 ANRE £R

Wroet 1%
AT V=]
HIR T
bk —Z=
o) BN EERNIE v & — FERBITEE HE
&= EER
A BFEEERY

BAEERICAVWON D BEEEMLOE
CHREEZFMT 5FEL LT, 2 E
TELEZT YV —h - =TV TR
(LR, =7 V—Lfi34) . SNP 7 LA 25 H
LT BEERBITPITTONTE, =7V —
LEEMTIE, B RS AHCh T 1S b
Tl WEIE THEET D /R EICHR S
nNpHa—7 4 7EBReENL, 27 A
EHEL TEDLD THRE S EHERERER
Flagiir, —HEEBRSHIEEDEAEL
EREZT 7 VTV MERITIEREE L THR
HTH5FETHDL, BEHEOFHMIZITZD
T Y= LETTLY ) SAREIITHE
b d ., Bl I XRERDRFFEICE > T
REL, at—=a—brF/ LOH 72 LDt
EERNRATD L, —HEBBIEZ o

TVWRWIHELLT, a—LEhdY=
DEATPBNTEPLEAREILR>TLED
e OBEOEENP BRI S, IELVFE
BT DT &b, AR V—T71E
LSRR L SHE R BRmE
LRV ER) R FRE B E ORMEF I 5
iPS MIIBZMINZ L, =7 Y — LR L O
SNP 7 LA AT 24TV ERRIZHR M S 7ol
BT 5B O~T anbLERES~DERN,
Teole 1 DOBEERIZHEKRTHZ L5 M
MO T3 (Fukawatase et al. 2014), B
WCEEHE OB EZRIEST D CGH 7 LA &
IZEZ72D SNP T LAIZUWPD DL S Icae—
BRELRWBEERZbROTDHZ L
MTE, =7V — AT LHBEPED
LT, BEMEEEEZTMT A 720D KM
WY — L EipoTnN5,

LU bzr Y — LEFTRSRES
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DEERIE, &5 LD H BIFAD 1%THY |
SNP 7 LA L CTHEEEID 30 J5 SNP & FH W
TOfEHT, 2FE D 10 kb 12 1 20> SNP Tl
EAEREZHRH L TEBY, MEETEhbn T
BEWEEDLI L8/, Ay MR
BFZEC o AVERIBEIE 22 o 728, Ittt
— 7 Y OBGLCKR, WA T2 DOl
WA NIFELTR>TRBY, &2/
Lo =D U RBLEEE T OCE
Too BEFRIC IV B A0 2 M 0D 22 78 RN &
WO BIIDT= DTS ) AEestg e 55
RN EE LN EFHDTE I ETHR
U,

—J. UV — LR BT MRS
Bhbd ., FRICAEAY T2 BT
EBELRTNERLRVWERH D, & T

J AEFIDY 7y L ADRIETH D, 454,

Solexa, SOLiD & W o 7o iR AR — 2 =9
BFLIFE, 1000 A7 sT7alcy b edE
O, Z OEANDT 7 LABLFIDRE ST
WoHHR, ZhvbidEhbl)r—rxzx b
FEEIL D HIET, BoniB+HEY — K%
GRCh37 5 \\MEhgl9 72 ED Y 77 L o AR
FlLHB L, ZORVWLLERST 7 VT
YR EBRET S, Fhwz, Boiic) —
Re 7/ B THoELTEH, H
Wiz ) 77 L ARSI 72 BL D5 72 N
BREBENTES, vy T ENRroT
—ZLLTHRTLNDZ &R D, AT
o7V REICRY, A—EFRY 77
VARNICERTFELEZHAED, vV TF ey
Fedeb, U U TV a— L OEEMER
Bbo, BIZITEEEZEZ THDE, T
—JRA L NEROTWBBFTTIRR DY
BARICFET N EES D BBEIICHEY &5

DT, Tb—0 KA NN —F B
BINT T A v A2 b &5 AR,
V=0 J DB S DREEERD
I E OO THEETH 5, RIZHARAM
H ORI B D kS o735
&L TRIETRIN B OFEMUT T R SR 22 Y
(ETANAN

TNENDOAFE, & LI~ AL, SNPIZ
fR&T, EECRKICLD 2 B —5EH,
Wi, BREE. U B — MR, M T v
ARV OFFARLRKLS, BInFEBL V>
& EEERSWERFLTND Z 235
AT A (Migita et al. 2014), FRLE.
IR fEbNTWHE N 2D 77 Ly
AEHNE, FlF—m y RRBILOT 7Y
HRDNBIZHEKTHT - NOHEESH
TBY., BRADY 7 LEFE EORBRES
BT 5 b DROPEBIZTHLNTND
DI TIERRY, FFICEEZRIC OV TR
VI TV T DRI Ko THRRLND
bOTIERWZD, V77 Lo AES % A
WHIZ, BARAY ) A bELNZY — R
T — X EMBICHAS T, 2F Y de novo
TR T VT B LI X0 FIRRES A E
DL CHRRDMEERET D, FRHIC
BOEIZBWTEA NDOBEGFHRICEDSD
TEERZITOBRITIE, o) TEERERHE
TR B ELEILND,

Z 2 CAMFIZRBW TR, T OE B
LLT, @EBAANBME—2ZRY, 20
70 AR EBEFEDOY 7y b ARSI <
Y TTHI e MBS LE
FIOWREZEITH Z Ll Lz, —RER Y >~
—J TV TITBOWTIE, T F AICET
AL S 724 E bp OESRECS & RS —
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J T Y TRHRETET Th A0, AR T,
FONDTe_XT U R FA4T77 )% 3 &
FH, SDICHEK 9 kb BN S / LT &R
BIHEALNT - TA4T T V% 3 FEHE
YEHL, Illumina HiSeq TV — KF—& ZH
BL, BHOY T b= T L 4TI, b
DRHFEAE Y 2 HET 2RO HEEE
FAWT de novo 727V H4THZ L L L
7o EBIZIEING 6 FAT T VDT —H
EERE LIS LTHEL DX v v IBAEL
HZENTREINETZO, 10kb LLEICES
CER LIEEEDY — R F— X 2BET5
ZEMTEDE 3 R —2 =¥ PacBio
RSII BV, ZHbEMEAEPEDLZET
AARNT 7 b U7 7 L AELFIORESEIC
AT, Bon=T—2I1%, o 5 AV
— RF—ENLEWEMREE BAAL LT
DO—EENHER S, MEOREMEFEIC
BH3, BHARA, HRA, EHET VT AD
ERIZESIDZ EIEbBAADTZ L RS
ANEZE~OERBHFSNET—F T D
ZEDREER SN,

B. WAL

ESHEEENEE ¥ —mBEEELI
BWTERBEEZHZ, R2AZX—HBRFICL
DRIEREDOR T VT 4 T h 5T, T
VT4 T DFEPBIE 3 B LI EOZEEEM
BICEREER, VY —Fa—F 4 x—%
—5E IR LTVt 'k
TEBHMREY 3 BEORIERBMEE, S HITHRE
A. SEfAOEE, ZEOHEH, ETHWN
HEBITETOEFOERIZOVTRRAL
BEWLE, EBRICEEERE LRV ¥ —

Fa—F 4 x—F —PEERAREELLE
ATV, S L7tk L BEE R A ERE Y
FITE LT,

1 [EHO#RM 6 A& (JOM001, JOM002,
JOMOO03, JOMOO4, JOMOO5, JOMOO06) < T izt
L -C DNA fliH %47 > 72, ¥&¥R 250 pl |2 10 mL
@ PBS MMz T 10 MEELEHRL,
2000X g 2T 10 pfiEL L7c, #1ml &
BLCThH T — g Uiz, %, 2nl
DF 2—TIZHB L, 0.5 ml @ PBS #/MzxT
ELICHEBL, BOMOREEET 2 M
Wy, A 271Xy MEAWTHERIEL
WWIRZ B & . Macherey-Nagel #Hl D
lysis buffer 325 ulL, 65°C. #J 10 EFfH ™
Proteinase K JLERIZ L 0 ¥ VRV EHR%
T2 FD%DIUIRIE Macherey-Nagel
HoOoAF L ZTWBREYZ L TH D
NucleoBond AXG 100 ZfV>, FREAZEDOIETR
WPV, ZOBROAEIZHNS S/ A DNA
ERER LT,

7 > r— h OEZEERRRIC, 6 AN D&
V&I 5 A& &8O, Illumina £l B —
A7 LA HumanOmni2. 5-8 BeadChip % H\>
TSNP #A T %#4T 572, 1000 N7/ A
F—Hnh, SR L TREAANIHR
SNP % 17,201, BRINA & Heg: LT HAAIC
72 SNP & 1631, BT U7 A& i LTH
ANICH72 SNP & 4483, 7 V7 AT E
MTEA BAR NIZELERIIZ N SNP &2 8273 TN,
SIRIES DT —4 LB LTz,

$72, & M 18 FYEKD D 4000 D SNP
RN, ERDONTEIT o7, 1000 AT/
LPBESD 10 DEH L 2> TSI —n1
oSN (CEW4 4, 77U ANNRD 44,
EACHR4 4, BAAJPDAAEZEDY, Z
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BICAEIF LN b kDT — 2 &z
Te &t 21 Ny D7 — 2 % A Tt 247 -
2o FEBROMRHTIE EIGENSTRAT 6.0. 1 % Red
Hat enterprise Linux 6.1 (Linux 2.6.32)
WA A= LizbDE iz, Fiz,
SNP & A &2 7 DfERIL, FdIICi b
BN ORERE & V2,

SNP fiftlft A2 47 > 7 5 N7 B JOM005 Z 1 Y,
I1lumina HiSeq O 7'T v b 7 4 — AT —
PV THEATH DD T AT T ) AER
1T olz, £, F /L DNA BT a—RT
4 w7 I NVET AW —Covaris & HWTHY
ERR9ICHE bp (ICHT B L BESRAENZ LY
R OFIEL, B IR VELEIT o T,
P A KEBIZIT 3 ~dA ZEHRIFALER 21TV,
AT I AFETE T ZEfAMTH L
T3 FEEORT R - T4 7T Y EERL
L7, X% X I11lumina TruSeq DNA PCR-Free
LT Sample Prep Kit Z W 7z, AA FXT -
2477 UL Illumina Nextera Mate Pair
Sample Prep Kit Z V), & 9 kb @ 3 f&E
BOZ7A7 2 )R- LI, FOY —F
Ri3 150 nt & L7, 3Ry —r=z¥9
(X, Z0 T34 FHEDMRET S PacificBio
Science #L#4 PacBio RS 11 %MV iz, [ER
KinbESNT=S ) 5 DNA % AMPure XP %
FIWCHRERA% . g-TUBE IZ X V9 20 kb (ZI8F
Fib. Mz gt U, SMRTbell —AEH 7
BT BETA Y~ arTBETIAT
FVEER L, 7UVRAT 4= FERIK
Bl o TH A X mzfEiRo Lk,
BluePippin ZFIH L TH A XZEH, 2 53 L
TSIBLUS2027 477V 2ER LT,
V=g 2T Pe/C3RE R AV,
Z DO 5 B> 7L (JOM001, JOM002, JOMOO3,

JOM004, JOMOO6) |Z>WNT b A o — |k
FR360 bp fRJED T K« T4 751
ZVERLL . HiSeq \CCHMI 125 nt DI —2
T T R oI,
‘ol U — R7—4X % FASTQ FE=UCHY
JIL, MEDAZ YT ML T —~
Nyl T g H ) T EfToT2%,
Cutadapt 1.7.1 12XV, AP —FENRE
WIGEIZ 3 RIS 7 & T Z EF B
DERWT, SHICMBDOARZ )T M a2V,
5 RBLV 3 MmO MEEREQ 227 16
R ZEY BrE | od7e &b — 36
nt LLED Y — RXT & Z D% OfENTIZH
7o

3ODRT Yy RKFAT7FV, £/232
DAASRT « FA47 5 DIEFERA W
— MNREZWETD2HMT, EFTIha R
U7 DNA D5 /) AEFIEZHRE LTz, WEID
X, B hETTURTHRFESNTWSES]
5’ ~CCG TGC AAA GGT AGC ATA ATC ACT TGT
TCC T-3° DAHZEFIRA L., KT N—T
MEIWCBERBELEZ DNA BAIN T T 5
GrepWalk 0.6 = M AT
(http://epigenetics. nrichd. ncchd. go. jp
/grepwalk/), SERIRIE ST 16,570 bp D
JOMOO5 X P RUZ DNAZ Y 77 LA
EL, AEELNEXT R T4 T
VEBXOALS MRT - FA4 770D —F
T—HZBIAOT.12EZANTy 7L,
BIAT I VICBIT LS VP — N ER
JOEOERERFEZRE LT, 70l T A
BIORZ Y7 MICEEZIEPerl ZHWNT
FLak L7z,
AMFRICBIT 27 —F 0B xFEIC, EL
B ERFEE X —BFAET53 /—F
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N DHEEHK S T AKX — Hitachi
HA8000/RS210 %\ =, F7=, AHFFEDOH
L& 70 B KB de novo 7TV X
T35 477314 FORFIEAETY %
PEE4 A EHERE Dell PowerEdge R920 %A%t
HICHEA L7, &%), 0S & LT Fedora
21(Linux 3.17.49) %A > A h—/L L CEH
ZEBRIE L7203, denovo 72TV DD
7’1 2'Z . ALLPATHS-LG 52188 ZS&H{EL 72
Mo Tl=7=8, %12 0S % Cent0S 7.1 (Linux
0.0 I ANEZ T, TEVYTVIEEIZ
ALLPATHS-LG % AW TAT» 72 4%, fliz b
SOAPdenovo2 1240, ABySS 1.5.2. Trinity
r20140413pl, GrepWalk 0.6 ZHfAEHHET
{To72, PacBio RS 11 bEhizu 7Y
— N BLASR 3B L U" PBJelly % fH\ ) CALEE
L7z,

C. HraefER

2014 £ 12 AR H DEFET, 6 & DOEF H
AN B (JOMOOT, JOMOO2, JOMOO3, JOMOO4,
JOMOO5, JOM006) 2> HIRFEDEH LA H Y |
IHNET 2 [EH DV 3 EOFIES ORI
Rt EZ e, RAREE T 28EANT
FHOEBIIETAARTHY ., HEHITAE
MEZFIMNARLETHS Z ERER I,
fREEIREER EREICAID Z L IXTEX RV, 6
ZHETICETFRND I LRI N, *
MBI DRENE 250 ul 235 %"/ 2 DNA %l
L& Z A, ENE 3.2 g, 1.1ng, 2.5
pg, 7.7 pg. 3.1 pg. 4.0 pg DPETH -
7= (Figure 1), WMHEEEEITV, 74T 7
VAEBLD 7= O B IZRIER N 2 & 2 FER
L7z, 1| ElOSHES ORBIREITBB L% 1l

N6 2 nl ThoTo,

IND 6 Y UTANLEESIZS U
NEIERD, RO T LA % Ve 2,294, 794
TA MIHT D SNP XA BT EFTo T
(Table 1), £D—JFT 1000 A7 571
Y = 7 b (http://www. 1000genomes. org/)
DF—ZEZFHAL, HREEEZERE | refSNP
BB oNTWD SNP b, TEUT
VXMRET AV T NVERETDHZDODS
FZ72 D SNP O L7z, BUEFIAFRE
BT — 2% 26 NFE, &8 2604 A&72oT
BY. 104 N\OBEABREEN TN, 27
— & L L CTHEANCHR SNP, S —m v
SN EHE L THARANCHZ SNP, Y U7
A& UTHER U THARNIZHZ SNP, £72H
TIT NI BARNIZZ U SNP %
ZnFh 22,172, 50, 609, 5879, 1022 =X,
SEFAN 5 o IABInNbEEDL S
WO EE LT~ (Table 2), F7-. & 18
T Yo iR b HEEX T 4000 @ SNP ZBOVE
Bt aiT o, Y7l LT,
1000 N7 AT —Fnba—ua v A
(CEW4 4. 77U A ANNRD4 &, FEA
(CHB)4 4. BAANJPT 44 ZBOKICEL
7z (Figure 2), LLEDORERNL, Bz, i
DET VT NERBE 90 JOM005 % 5%
K, X7 R TFAT7TURBIVAL B
RT - FGAT TV EERL, denovoT &
TVEFTIV T VE L, TV T
MBI E HIZ 1750 pL OFEE % AV, 73. 0 pg
D4/ I DNA BT,

NRTZ R TATZVEZETHETEZOR
Bl &Rz A Y — MERZEIZE 260 bp,
360 bp,660 bp ™D 3FELH A {EARL L 72, [11lumina
HiSeq # AW TV —7 =y v T &EITV, £
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LA 2691 (EHEAL, 1379 (EHEIE. 1616 (&
WRENOD Y — R7F—4 % FASTQ 3T
B LT, A4 MXT - TA4 77 V34
P— FENRENEI 2 kb, 5 kb, 9 kb D 3
FEFH A ERL L, 01X T1lumina HiSeq % M
WTC Y — 7 mur v T EITV, ThEh
1022 fRIEH:, 452 HREL, 461 (SHREED B Ak
%HY— RKF—%& % FASTQ B CTHE L7
(Table 3),

260 bp DT R FTAT TV DT —
ZIZDONT, Y I T EITV, 2 b
= KU 7 DNA (mtDNA) D&% ) AEdSI % T
BT VK OWRE L, REIZIE, BB
LT ATHRIFESN TS 5 ~CCG TGC AAA
GGT AGC ATA ATC ACT TGT TCC T-3" 26l
GRS D, AWZE S L— 7 23 E B
3¢ L77 GrepWalk %\ 7= (Hayashi et al.
2014) , = OFER, 16, 570 bp 2B KD JOM0O05
mtDNA DFEEREINEHFD Z LN TET, VU
7 7 L ARSI NC_012920 & D Eb#: i,
39 D SNP BR2MNY . ZFDETRT Y H
F7EEY) 2P UM @ transition T,
transversion IT—2H 722 M3o 77, indel 1% 3
TR GBI, 205 HOD 2 2 C/6 FE
R —DEIDENTHS T,

N7V R FGATZ7IVDT—FD R
I 70X, Cutadapt ZFWTT 7% DR
. GrepWalk Z BV T, WKOIKMLEEE
DfE, MEAZ VS ITHRI I TIZL
VIEL ooV — FOREETo T2, AA
NRT - FGATF7 VDT —FD NI IT
tZ. Cutadapt VT 3 KmiZ 7 & 7 X B
FIMBEIND U — RiZBRZEH, Cutadapt 12X
Do vay T HETEOLEBEIT,
MmO EMEREDORE, MBAZ U b

TR I ZICEVELI 2272 — FORR
S oY IR/ SR N Y = 35% s W iab )
oL, 7Ry 7 VICHAWSZ ENRT
& LI OEIAIE 2 kb, 5 kb, 9 kb DT
A 7TV ENFIITONT 58.2%, 59. 5%,
59.8% Td» 7= (Table 4), A EFFRICHEE
L7z mtDNA DSEREFNEZ U 77 LU R & L,
NSV TRBED T AT T T —E &
BT HI TR EMERA Y — b
BB IUOZORY RERE) 2 AEL Y,
denovo7 227 VIZIXZ b OfEE VW=,
BTDTATZ VT —&%H\= de novo
TR VIZEE sy A d E RIS
7o, BLEB CTIX—HOT — X IZRE L.
ALLPATHS-LG & 31T L7=#&E R, —FED 5/
DA R 2,742 Mb, IEECHIOIFIELIT
27.0% Toh 5 L #HEE Sz (Table 5), A&t
2,255Mb @ contig BHEHLNT-DT, 2=—
7 IREA B R OBEBOIFIEE TE I N—TF
HIEMWTETEEZBILS (Table 6), gap
%& 7 scaffold @ N50 |4 45 kb (2B L 7=,
B scaffold 1358 8 FLBEHD—E &L E 2
515 1,300,683 bp Tholz,
EI3IMR—s VDD TATT
Uik, Y7 JOM005 A BELIZS
2 DNA %9 20 kb & BRIZWT (L EITV,
ARSI AT UL — T g o—
KET X TR EREESEDH LITLVITo
Teo 7SVAT 4 —)L RERKENZ L > TH
A R Hi B RO BV A X#B], 2 2L T
SLBLUS202T7 477V ER LT, £
NENOE—7 A X359 35 kb BLN 24
kb THotz, &HIT P6-C4 RIEEF,
PacBio RS II C¥—2o = v 7 &{T o7z,
S BIS2IZDOWT, ZNEN 10 BB
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L6 BN OT—FZEY | AFF 44, 840
Mo IZB LSV — 7 —% B4 L7z (Table
Ne TNENDOEE Y — R 12,066 bp
BLUV 9716 bp THY, &V — NEDOHA
EIATTIVITEWCER N TAIIRLTE

(Figure 3), JCIZEEEZFDT ntDNA O
HEEFEH & el 5 Z L1k Y, PacBio RS
II »oB/ohsay 7 U — RIZfENT
mtDNA DL2REFBX ORI THDH Z L1 FE
RBENTZ, TNETORETIT IVRED T
VELBRTT—RALEINTEBYD, ZOD
L EHEND DT, mtDNA WCHKT D LB
2 BB NL DD Y — R% %A T BLASTN
TTI7A A FLTHIcE Z A, mtDNA &
KT 92% identity BNELNTIY | K
BRI P6-C4 2RV, BIFREST—F 0315
HBITWD Z &P HER T 7= (Figure 4),
a7 U —RNoEEKTD LB ReE
KiX. PacificBio Science #:73$Efitd4 3
BLASR % HVN TR~ 72,

HiSeq 2k »TELNZY a— MU —F
DT ECTARERIZ, Thbrr 7 — R
% T scaffold & 5V & contig [E] D gap
BFEOLIEEEZED TND, REHRBER
IR IR ERRIC— AR TE T, BHEER
DY A FEIVREAREZIT> TS
(Figure 5),
http://epigenetics. nrichd. ncchd. go. jp/
refjpn/

AT N—T71%, ERHEZRRLE
411 NDBRANENMED T ) b % S g E SNP
T LA THX, Z<OBRARELFTEH=
E—2A A HE L TS Migita et al.
2014), ZDOHFTHE 2 Yeiamufl 52. 77
Mb Y 2pl6.DIZHBHEEZLNDH 26

kb MREIT 132 ADBARANLHETHED B
TW5, ZTOXRKOFEEZHBRANBMHE
JOMO05 CFN= L Z A, ~Tu THREFLT
BV, D HiSeq Ik > THENZY —F
DT 'Yy T ALY, REEAIZ
GRCh37/hg19 »
chr2:52, 749, 687-52, 785,272 TR &k £ 1%
35,586 bp TH D Z & 3H|BH L7z (Figure 6),

D. EE

SEHEONT U R-F4T770 &85 3
BEDOAA NRT - FA4T 5V B{ER L
HiSeq &AW CH A 150 nt X7 = FF
—ZERE L, ZhbicxtL, &FOK
B A £V G B T de novo 72V
7Y &4TV>, N50 28 45 kb DF — & ZEST
AT EMTE, 8 contig BIL 2,255 Mb
WZEL, RS ZRW S/ AEEE B
BREINR—FTHZ N TE, AFRET
ITE T mtDNA DEEREZWRE L, denovo T
BT YEITORNS 6 BEOEKETAT T
DAY —FREWET DLV TRET
o7z, BEICREL »724 P — FRIL,
ENGTATT VIR A -T2 A X X
DH/hEL, ZOFEBIICEDTESTY
DREED ERos7eEEL TS, ZO—F
TEZEL D gap BWE->TER Y, PacBio »
bELNEY— Na, HERIZDEDT
1272 < . scaffold ®IFOHEZ B CHEAT
HZ ik ves s AEFIRECAT TE
(2 EDTITS FETH D,

KGRI N—T N ERRGE SNP T LA &
BWTHERAESR D2 ©—ELH % 255
HFELER, RERITZLE b, av—HES
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