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st7] o A 71 A E o] v

o HAGE A, iR WE AEEAS o]&3ste] AEEASE Fadt. diytk BE A9, od7dd 454
Z 2% (Roche) (Margulies, M. et al. 2005 Nature 437, 376-380), AFvi} 75 ofdete] A (11lumina Genome
Analyzer) (¥ Solexa platform) H3 SOLiD System(Applied Biosystems)olA @4 7153 tiot®E #HE Ad
4 = Helicos True Single Molecule DNA A& HE4 7)< (Harris TD et al. 2008 Science, 320, 106-109),
HAI vlo] @ AFold A (Pacific Biosciences)el @ 2k HAAIZHSMRI™) 7] 2 VY78 AEEA (Soni GV
and Meller A. 2007 Clin Chem 53: 1996-2001)° ol3] WH WA ow H& vFster HAZFE deld

AL BAE MR8 4= 9lth(Dear Brief Funct Genomic Proteomic 2003; 1: 397-416). At7] Z &9 z+zt

e AN wAe) 2E FFR EE 4K MFEE 9 AT ALy,

1l

109+ WA 1009 = AR 7FsatAlE 19 B 1099 o= Zh7he] Adea Zbzhe] AR e R E i
W= (lead) F7F BolbAHA, ol AEEA A= d AAA A4 T £3ho AFAR] Z=20dS F
Atk dE E¥, AL I duiAd, dAA 2 vEst 2202 Ay AA Z2add fARst
(Brenner et al Nat Biotech 2000; 18: 630-634; Taylor et al Cancer Res 2007; 67: 8511-8518). Z+Zte] A
AZFH o B2 A9 Als AHFZE Qla], oldAd AE &, oAxd FHle] AvE e w2 F854
(redundancy)ell A o] i ZEo] qIEM oz RE AHAFHE MEY 71 £33 98 A5 U 54 dak &+

ARkEe] gro) ek A wdolnt.

Mot 2

SA30)NA, ALGRH(AE B, AARHo Y Qe dole)e] FZstel, AL G AL F(AE E
W, Qadem fagel Qe AAA)S A4 Al F& Al FAANA fees Aew el Admy
B Ag@th 0%, dF 59 47] zzel DA ADES A3 Al AN Hol 4RAR AAE ol§Y
F gk 7] Age BRe F& BANA AN e 6, dsE 7] Adel Az Awe] wE B
HE BAG Welgh e AR Wolrk ejikz el EAS) Wit meld, HUAE AuAe ¥ 2
st ol gl b AaAe) g 24T + Ao

WA 140N A, DR F1zate], st ol4bel Al2 AAA A2 FE Az FAA F ST E Feshs
Aow ey AdmyE A4ATh A AN, A2 FAAE AL FAA (S, AR S QA
7b ohdd ThE @aA mFelth. thE AAgEelA, A2 FAAE vz v BE QAo

AL B 5, AGRE FRASEHIS(R1)Y # EE 5 GAA(E) B @A RN F
S AARAR FEUCEH =) T olg Afehs Aol ARHA $g)e MTse] G
¥ AT olel WAl EAU

the ANFHAA, AFsel dmd st A% AP Aa AdRNe Aol FHL =AT £ At I
FeA, AGEANE B ghel vgol AEste] 4 ¥ AL & Ak, A% W, PRAR B4 Fol A
e 27 99 A wHel APse ALEd B9 % H9¥ 5 dnh. 27 W9 o e <300 bp,

<200 bp TE+E <100 bpE & F AT},

SA(150) A, A1 F R A2 FoemFH dgeuHE AP, o
3

1
FO] g vol AV, EE AL %+ A2 B BhF AL F B 0 S Avk. I FEAA, 22 e
o mE AR Gool UE HY WEY £ ga, o] Mxe] gREyE Mg AT & Aok, PR o
o A% sehvee] 28 AXsaL e Aelt,

A (150)0 A4, Tt HE kvt o]k Ao g vlwde. dojo 4o A3}e WA omRE AoZ ks
AR 4 drh. o]t o R = Hlol= 9% WHH(Bayesian—type likelihood method), =2} &&H] HA
(SPRT; sequential probability ratio testing), &7 2, A #3+, 482 ZF& EA(ROC; receiver
operating characteristic)s & & AUth. A7 ¥y B A5 5o|F o AL o & 49 "I A
d =3 24 W' 53 LY A WME A016285-005210U85 )0l 7] A o] ar, o] FEE E
doll Q&+,

A AAGH A, olF FEuE(dE W, ddHeR dddol A= aAAe xd vhE AR,
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°F 200 Mbe] ME& AP

2l
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Aol A ol =
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<100 bps} &2 A AHE =7]9
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EE
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[e]
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AL 7E Aw ML= HgHEs)

=
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=

<300 bp, <200 bp
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2] Elo} DNAE &AMl ool A, Elo} il ARES oA EEFLUsto]|=E H7ste] BA| widS A
e Wl odl] sF%AZ 4 Ath(Dhallan et al JAMA 2004; 291: 1114-9). & AA|FeielAl, W Mg
AE Fo] AR e HE JRE FAHE AEEA g,

e o Bx AqIEA Ak, o At] 454 ZWE(Roche) T SOLiD ZWE (Applied Biosystems)ol] &3+ A
giE A, Helicos True Single Molecule DNA MEEA 7|&, HA|Y nlo] QAo Ao T Exl AA7E
(SMRT™) 7% 9 Ye7|d AEEAS EdolA] fASH o188 4 .

1. w4 &9 gozhe A4 o] 24

Wit WY AGRA T, AR BHS Fstel AR @ GaA 7]
<

r_.‘(g
o
Y
)
>,
=
o O
o
A
iy
4

F, o)A AFsgel St FAA(S, ® QAT 218 GAADAA fUsE Ao HE HIE AdR

4 e m ol welshd @ sh olgel GAASIA fralske el mEs gFHom vwd

A AGA Bol B 21W AGAAF Hot: QAT PAREYE A5 AAA olRE AR 9

AA e 218 GAAe) AR B ot 21l okl e GRS AARY EY @ e BANE
BE £2E 203 @3 Waa.

ashY EEE g e v e IR, ol A= e dE
Y

a-
AR dEE = AdEA "] ddg 5

W, AEEA Ha 4, & 54 9aA2 Jddd dd & "UE ¢

of Hlwd 4= o). T, g2 IR gl A5 EmE AP gidk 21 AR MIEA gl o ]
5 olFAZL ofd ThE AMAY MERA Bl 9] Hl9} HwE ¢ k. B A, ZH7e] DNA g
FH 36 bp7t ALEAHEZ ) 36 bpoll A4 B & Hot 54 GAAZEEH AMIEAE wEU e

el §5 A(eRA A7 AR AN AGENT F 8L ol

we, B Qe wA B DNA 9 B tiie] oRA 27t AdRAHo] shiel N4

BA e b AR, Z, wA 24 Adel EAelt ad whae 1) wge] Augw qArAad. o

B, gelel 54 gaAel sl AGRHE wRUorelEe] & S AQRAE 47 GAAe Aol F,
i

Mg dolo] Ae] 43 =g
QA e fASA EER £ B o AMAZTE NARHY T ertelte & w

o Mzye w5E 5

471 71A1E o] AL st7] AAd Ade] HAE wiojE, FajeA AFESE 219 Ad8AS AteE FESEH)
A8l A7 Amel oA IFETE AEEAE Ut vk, weEkA, 5 E9 459 59 AR Hol
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A7F Aweo] 0.14%, 0.22% 2 0.65%°] 3B, 14l 27] JAF-2HE s 2A 7 W] vjol DNA &
o] vre WUt 5% A Aoz HuEHA (Lo, YMD et al. 1998 Am J Hum Genet 62, 768-775), <17} Al
o] oF 0.6%2] AMAiAle] ojwg ko] tisfiAete Hol AMA olFAdE AET wol] 95% o] B

=
Agel Bag AARAe] Ax FU 5 Yok,

AEEAE DNA o] AEEA Ad Fek FARE AeE RS oAy Y, B AgaES AAd 194
FAE gl 2A @ AREFYH AA4EE AEeN s AT A7) A % HA ] diE, Uy
AEe v wyEz] i 21 GAAR FAshA AHE= 36 bpe] AERA] Bl1o] ZH7e] Y)E QAR AE
AEANCBL oA 52 36)7 #-ste] &2 A5 243, oF, & 4¥AEL 747t AANZHE HEE=
AGEA B2 Fo] g 2 99X WMEE QExEo® AYSIgrt. B A5 Jax] 220 AT
AbeE BA1S s, dAE 98, Zhzbel BA " AAC] s 21 A 2 22 GA g A
109 &2 9A2 = 8a %@ = 8boll A4 EAEGTE. & 8a @ = 8be EENE DNA v NERAH Zo
A& 7ol TdsA @t RS ol & S Aol

2ol 7R oo AXEdY HIUE T )%
= Z

o o
i
rlr
f
[k
[
o
9

(Java), CH+ Hi= Perl 3} 2 Jofo] A3 25H A2l

e Addd 5 Q. AZE] A== A H/Es AdES Hs HFEH A5 sbed vjAlelA d-e]
(t=<o)) 8 == (FA4) BRolzA Add 5 o, Agd viAlzs oo A dEgERAD, ¢l7] dE
2] (ROM), 271 wjAl, o) sh= =gjo]lB = FRy] tiad, T B wjA], dqdd HAHE yia
(CD) T= DWD(HAE wrls vxa), Zd4 WEd 55 & 5 vk, A5 #5 7 A= 47 A%

A v A A9 A9 23d 5 ATt
I, A7 TR ki TRES
A UHEHAE § dAFol 2A4H= H
5

Agdel we AFE #= 7}

8 A, 2 AHR, B il A
A A Zzagor dustd dHely AEE olgstd 4" &
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Ak, 20 =2 45stE HFH #5 b uAs 23 FX9 s dAgE ¢ AU B (4
2 =7, Y gLz =3 e AX9 drg A= 4 vl o3 Aol AFXEH TE 53 )
Ave dd AFYH 223 AF(dE EW, 3= =golH e AA HAFY AlaE) ol TEE 4 9ot A
2" = YEYA U9 tE HiFE Z23¥ AF U EAFE & vk, AFYE AlagoeRs RUH, 2™
B e ARSI A B dgd Ay F o= S AlFsly] Y3 g2 HEd gaZygelE & 4 .
AFE Aage o T 9o AT, T 90 TAlE MBAIAEL AAE B2 (975)F B AEFEHE.
BEel MBAI2E - oA ZTRE(974), 71HE(978), 1A Y2=(979), taZdlo] ofWE(982)0] dZ=
TUE(976) ¥ "2 MBEAZES =AEN Y. AFE/EH(1/0) A71(97De dZ2H JF/EH(1/0) FH 2L
F A7 A4d RE(977)9 22 Gl Boboll ¥xd oy Sude] o9& AFH Alagle] dZ" 4y, o
E 54, Y LE(977) T 95 AdEHA)A(981)7F AFEH FXE Fdd UENA, A9 Jded, vl
AY A e 2yl Adste d AMEE = Y. Az HaE B deHGd g8 T A A
(973)7} Z47Zte] M BAI2ET EASF A28 Hw2E(972) BE 1A gAI(979)E5EH e Huo £3s
Aoled 4 glom, I MBAXE ko] AR7E wed 4 ok, AlxE wRe](972) 2/EE A yxad
979 = AFE FE 713 A7 FAE 4= Ao,

2 AHE JAsta Adgslr] Y8 B o] oajAel AA G s v AHS AAST. g e
2 Ee B A A 4Est U ASslEE o =FX] a, B2 WA 2 "y} 4] wA U
AR 7hssid. B ool Qe 2 oolo] x| HES ofF F Mwsly] & AAYHE AMesn 71 A5
ovg  GARE vhddt AAEHolA a3 aotd 5A fxo] H3elk opekd wiAde B dgs ol %
ol g = S FHolrg

o] o4E RE ¥R, 53 2 53 EYS AR ol AAR FAxE EYd d&HEg
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k1
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o EX)

ol b

r

220
T azes g 49 e e

511 J—— AgsAsl Jl=st, X1
Aol M1 %o EH U

y
20— | su olao R2 gMRC
M2 2ol 2E g

h 4
260 M1 2 % M2 g2=2
e e A

A
270 . Blwoll Jl=st, M1 S0 CHaH
Eior SAH Ol+=&0| EMct=X
e =F B

200 —/

EMH3a
= 182
] J
R .
148 .
of
146
e .
X 1444
Tl .
o 42
ED 440
E 138
=< v
T 1354
B }
5 1347 I
N 132 . ;
218 HHMAS 34
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Z&EE EHOF DNASI #EZ & (%)
A

12345678 910111213141516171818202122X Y

DIdSA X CINE PCR ZFY/ZFX =401 2ldl
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5
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=

H

e
[=)

13

oIk

ENOF DNA S| s & HI (%)

1

T T
@ @© ~ © 0

()5 REM
Rl Kiwk Kic h ER K&

10

U0+ o e 2 As

AR Bael o )| %o A9 uo = I8 + Tolimo 4 U0 HIE

g 4 g £ HIS (%) (%) = v (%)
>4_ w 1 112E+07  4.02E+08 13.4 1.93E+06  17.3 6.94E+07 2.31
>4_| w 2 1.04E+07  B.73E+08° 124 1.80E+06  17.4  6.50E+07 2417
>4_M 3 8.90E+06  3.20E+08 10.7 2.09E+06 23.4 7.51E+07 2.50
nmNA 1.02E+07  3.69E+08 12.3 2.23E406 217 8.02E+07 2.67
AE S 108E+07  3.83E08 12.8 212E+06 19.9 7.62E+07 2.54
HH AR
N 6  9rgE+06  3.45E+08 11.5 1.91E+08 20.0 6.88E+07 2.29
FHh Al ;
A& 7 955E+06  3.44E+08 11.5 2.01E+06 21.0 7.22E+07 241
HH 4R
ANE 8  909E+06  3.27E+08 10.9 2.09E+06 23.0 7.53E+07 2.51
&R
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5
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H

e
[=)

b= T21 5%y - T21 (10% T21 RO% -
? (2300 L B o
oiet) g3=ef oiet) g2 el W) g3=el
SHEg+ goEe s FR sHEYs gouEss  TH @z sHEg+  osEES+ PH Bz sHEg+  goHEgs TH
1250% 1.305% 1.385% 1283% 1.428% No 1.388% 1315% 1.461% No 1.454% 1.382% 1527% No
1277% 1.367% 1.356% 13N1% 1.400% No 1.368% 1344% 1.433% Ma 1.464% 1410% 1.489% Yex
1291% 133%  12%%  1324% 1.386% No  1388%  1357% 1.420% Yax 1450%  1473% 1.485% Yex
1.285% 1.349% 1.355% 13268% 1.382% o 1.380% 1381% 1.415% Yor 1454% 1427 % 1401% Yes
1301% 1.344% 1.355% 1334% 13771% Na 1.380% 1367% 1.410% Yus 1.454% 1.433% 1476% Vex
1302% 1.383% 1.366% 1335% 1.376% Na 1.388% 1.368% 1.409% Yes 1.454% 1.434% 1.475% Yex
1.303% 1.341% 1.355% 1.336% 1.374% No 1.3688% 1389% 1.407% Ves 1.454% 1.435% 1473% Yex
1305% 1318% 1.385% 1338% 1372% No 1,388% 1371% 1.405% Yes 1.454% 1.437% 1471% Yax

1.308% 1339% 1.35%5%  1330% 1372% Yes 1368%  1372% 1.405% Yes 1.484% - 1.438% 1471% Yes
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H

e
[=)

=8

o NZ A2 2 A2 A= ANZ A2 ANZ
NEESH 1 2 M 4 s s 7 s
B2 =M | 721 T21 121 T21 | HUAR) MO AR e F A
1 9796394 9798087 9798123 9795700] 9797841| 9795972 9796536| 9795601
2 9797424 9798402 9798250 9797860 0798176] 9796549 9796863 9797404
3 9797438 9798708 9798715] 9797864 9798835 9797359 9798161 9798117
4 9798112 9799733 9799467 9798106 9800315 9797418 9798401] 9798175
5 9798394) 9799852 97997301 9799209 9800385| 9797446 9798722 9798387
6 9798729 9800362 9799788 9799440 9800554 9797860] 9799752 9798816
7 9798768 9800914 9799834| 9799440; 9800820 9798062 9800317 9799732
8 9798816 9801528 9800332 9799741 9800829| 9798135 9800800] 9800144
9 9799421 9801779 9800869 9799812 9800832 9798707) 9801380 9800421
10 9799464 9803801 9800881 9799833 9800866| 9798715 9801699 9800827
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5
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H

e
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EH8h

HEEHE] A2 1| AB 2 AE 3 A2 4] AE 5 ANE2E 6] AIE 7 ANZ 8
Bl =A T21 T21 T21- T21 A=A | =M Hoi=H| Hoj=x
1 14469232 14510976 14510792 14510867 14434681 | 14510711 14512069 145109996
2 14503781 14511307| 14510807] 14511312 14506660 14510835] 145124071 14522947
3 14510805,. 14511512 14510886] 14511983 14511219 14511308, 14522879 14530478
4 14510824 14511755 14511816 14522914 14511328] 14511354 14809732 14565255
5 14510965 14511774 14512410] 14522978] 14511377 14511703 14628248 14809733
6 14511369, 14512067 14522944] 14523028 14511432] 14511703 14675246 14628261
7 14511702 14512190 14523047| 14565245 14511597 14512184 14675250 14668784
8 14511738]_14522891] 14564769 14628257| 14511755, 14512204 14680184 14680163
9 14523000 14539630 14565205, 14635374 14512204 14524806 14692539 14689547,
10 14524823 14541260 14565251 14665101 14512204 14565230, K%ﬁmh 14689592
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