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(57) Abstract: Provided are a method and a system for determining whether an individual is in an abnormal state. The method for
determining whether the individual is in the abnormal state comprises: establishing a sequencing library for a nucleic acid sample of
the individual; sequencing the sequencing library to acquire a sequencing result, wherein the sequencing result is formed by multiple
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REANRREERATREN T ARG

.S ARAE &
%
AR
AL RAWEZAE, BhdMET, FRAHEINMITERFTREGT EAAL

FRERAAE R IMRERBE RR (ERALY, HERES R LELE KR AT AL
), RBREFXT oA TEERIMN, FEERBME, FHIH. FHEERE
frym%. BEE 2012 4 5 A, EERAXER REAEHIEEOMIM)F L2 MFH L LR
AR IKE —EA 21,250 A, A FrBEAAMEAAHBLTENI LR FREGRY
3,500 A £ 4.

A, B AT gk R 6 AT AR At
XARE

REFELEEVBAERNKHBARFTHEGBEREAZ—, Hb, REPR BT —F#
EANRRTL A W REN T B ARG,

EAREPG—A T @, KAAPRKBT — AL NMREZTER FFREGFE. RELR
KGR, E RS AT EARARBRAE R, WENF L E, sTATER F LA
AT, ARFRFNFLER, P a2 R d 2 ANF 838w BT TR A 448,
B TP IR I 4k R P BT L4 49 Cudm SNP; VAR T PTiK B4n SNP, T FTENMRR TS EA
5Pk e4n SNP MK F KA. FIRZ Tk, ToOA @ n 5 2 smAE A+ e
444 SNP, JFH dTiXs SNP 5 R FRAZAMXE, dsb, =T H Bk s T AL BRAF R R
BAMRZ T BA HiX s SNP M X 6975 K.

AR AL G KA, ZAHEANRRT EFFREN T F LT LA F I M A4
A

FERLBR G — AR5, BTEAMR AL @b, =T AR R ARSE AL B 525615 64 44 52
MERT BA R REG T R, STARERBITARN], AT AR ZHsT AT B4 Lk
FF R SHATHN.

AL —A KRBT, PFRFFTREDRA., Kk, PFERRBRALLB KRR, R
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PR Y GG AR, Pk 3K B R R h it B Ho b i 30 JE Ao 41 2 R 3] &) 45 -6-FR BRI 2 B
BRIGEMNE S —H, ERALRYG—ANFHRSF, AR FERRES. pFEROE, &
B, FTAR BBt ALK 64 R R AL R K B R R 69 & R e AT R TN A A

FEAL B8 — AT, PTEERAE AR MR8 &K B 40 DNA #9 £ 0 —3 4. dit,
AR —FRGHENRAT ER FFREW T R,

FERLBR G —A KB T, PTEARBRAE AR 6932 iR R A A KT 4RI
EREP G —ANEHG T, P L mIeRH M EFRRZIMARGL f ik, 8. R,
Fot. P, PR RAERG 0 £ —FF o g, dsk, Tl k g AMKe Y K
SRR L EA FRRELATH RO TN 14E, KRR T AHALNMNRETER FTRE
RE, KT AHENMRRT EA AT REGRA. FI, T AFEHIE Y IR R I 28
FEAR, I HAE Y AR AT AL e gk R R IR B 6948 K, A At 50k 4 2K gk R RIS 2 89
AT,

FERE G —NFHbF, PTELmie Rl ik ARAER. T RESB A, BRI,
BMWME. ARRX@ESBAR. MAEGE S Mo Be. dib, RBBHRRRREFLEY
BARY I, IR LG SEBAE, bk, TAFIOBAAMRF 5B Eimfe, Amit—F
RETEEAHENREE BA FFIRESHRE,

BEREBG—AFGF, AT AR BRAE R, MEN A L RS —F 05 2t
PR B AR ARHATY 3, R BARBAEAY 3 74, vABATT T B AR BRAE AN 38 =4,
MEPTARF I, bk, TARSHEMNF LFGRE, Nhidt—FRFHT BLAHTA
AT BA FFIREHE,

FERE G — AN KT, PR AL BRAE AR AR 6 8 4 IO R IR 69 2 K 28 DNA, %)
Fo v VA B i R AR 89 S e AR A e 2 B K R 48 DNA, o, 4hxd Prid & 2L F 41 DNA
BATY ¥ 2@ itk § PEP-PCR. DOP-PCR. OmniPlex WGA #= MDA & £ ') —#F #4744,
gk, TAR—FRGZY 2L FE L DNA ¢8R, NdmE—FRGTELHZNHREZTE
HFF RS BE,

FERERCG—AN RGP T, A TR RY 3% =4, MEAIERN S L EZAT,
d— .45 F)RARBRIRAT AT T B ARBRAE Ay 38 P AT ik, DARIRAT R B BUE R 3ke
MBRAEARY ¥ 54, ABATST P iE R B TR RIRAGALBRAE RS 38 =4, MEATEN A L E.
BEAREP—ANEHOF, TETRERBRAZ S —ANETRIR, dsb, TR AT
TRE R AT 409 E4e SNP, b, TTAH 2R HRBTAT RBA st 2 FRRF AT
44 B%m SNP, R % 5k sk SNP A % 69 5 KA 6 B bk,
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Bl d, PTIRARBR IR AT R VA B 09T X ARk eg . Wik, Lt
ik ey E, Mmit—FRG

& M RANRAT BH 5

%*Hk#ééﬁ

R —A %565 ¥, BT R F 2 A% 8 Tllumina Hiseq2000. Genome Analyzer.
SOLIiD M| 5% % %.. Ion Torrent. lon Proton. 454. PacBio RS M|/ % 4. Helicos tSMS # KA

B AR IUM B8 2 ) — AP UEATEY . b,
G l, H—FRJFTHENMETER FF
# M5 A2 A) A Tlumina Hiseq2000 #4769 BT iR ) 5 2045 69K B 4 90bp.
L UEAT SNP AT 3R, AR
AL —AF3b) P, PR T PN 52835, #2PTid
AR B A B AT T HEAT Y . AL B GG — A et

rREE

42 SNP, A&i@idHprid
B ik A B B 2 @ 4ntg AL B 20 /% 5|

o 58 N 4k BT 6,469 SNP, 3t
FEARL G —AE360)F , 3

Prif it K T4 F it

A% %

ft, SNP 15 5. Z A1 6988 8 KT 5. @k, o vAK st FiiF3] 89 SNP 4

VAR B3R FIRAS G AR

ST ARAT B

e AR

& Q3L BT AN R P RT @
JE4AF: SNP calling i 18K T 20; SNP fi.%
RN TR R IR B 5 45

Red A RN SR B GHEE.
REQRE., EREPHG—ANFEHRD T, T
gk, T —
BT HENRRT B A RSHHE,

PR BT @

HEM

aei e

. ERE R EG—A K364, Pk pkat 2 SOAP/SOAP2
HARATE . db, TOAH ORI F 4 R BT 6L AW B R R B
BAEARRT B TR GE,

I, M VAR 3K

6,464 .42 SNP #ATiLE,

NIRRT 8; SNP

SNP fz &4 N R KT 2; #=2 SNP 1z, 8 5 eg i

E R AT e, AT

FEARE G — A%, i 40 SNP 2 F AL &4k HBB A B X . £ KK 86—/~

FHA T, FriE €4 SNP Ak § FII69E
rs33978907.
rs33925391.
1$33952266.
1s34793594.
rs34451549.
rs33945777.
1s33922842.
1rs33943001.
rs35724775.
rs33971440.
1rs35424040.

1rs34029390.
1$33946267 .
1$33952266.
rs35703285.

rs7480526.

rs33945777.
rs11549407.
1rs33943001.
rs33915217.
rs33971440.
rs33950507.

1rs34809925.
rs35485099.
1s33914668.
rs63750433.

rs10768683.

rs33933298.
1s33974936.
rs63750513.
rs33915217.
rs33960103.
rs33950507.

rs36015961.
rs33914668.
rs34690599.

rs35099082.

rs33913712.
rs33991059.
1s34527846.
rs33915217.
rs33960103.
rs33951465.

v —#F:1s33985472.
1$33953406. 1533910569,
1$33930977.
rs33913413.

rs63751175.

rs63750283.

rs33995148.
rs33982568.
rs35456885.
rs33956879.
rs35684407.
rs33959855.

1s63750954.
rs33910569.
rs35256489.
rs33913413.
rs35328027.

rs63750283.

rs33931779.
rs33948578.
rs35004220.
rs33956879.
rs35578002.
rs33972047.

rs63751128.
rs33971634.
rs33952266.
rs34483965.
rs1609812.

rs33945777.
1r$33969400.
rs1135071.
rs63750195.
rs33956879.
rs33916412.
rs33986703.



10

15

20

25

30

WO 2014/029093 PCT/CN2012/080500

rs34716011. rs63750783. 1535799536, 1533930702, 1533930702, rs33930702. rs33941849,
rs33941849. rs33941849. rs34563000. rs34135787. rs34704828. rs63750628. 1534305195
PABALF AL &R 11 & 5246716 45, 5246879 4. 5247026 1. 5248161 449 SNP. Wit
A B AR R T F HBB A X 49 SNP, A =T AR ks E AT AT 225 &
H 3o iR KL R B B gk 4 R

EARERGH—F @, AAPRBT —HAZNMEGEER FFREGERL. REKR
B FEAS], ZAGCHE: NFLEMERE, PTEMNF UEM R E A T4 A
GG ARBRAEA, MENF R NEFEE, PIENEEESEN G MR EARE,
F T34 i) S AT AR, DRAF R 22 R, PTER 25 R dy 2 AN P S8 M) R
SNP # &% B, Pk SNP #EZ EHPTENFRE EA0E, A TRTFAENFLE, 52
AR 26 RFHT @209 Tk SNP; UARFFREMHLEE, MAFTRERHLZEE SR
SNP # % E EA0i&, B THETHL 4 SNP, #HEITENMERET EH 5 FTiA B4 SNP A8 £
B R FURAARIE AL B K360 695 NIRRT EA 7 RE W AT AR 2 E 5
B AT G E NIRRT B T RS F R, AT AR 2kl i 0 5 A AR BRAE AT BT
@449 SNP, JFH & -FiXs SNP 53w RERAIXE, db, ToAK ZO0H AR A
RBAMRRT BA HiL sk SNP A4 6 7 F KA.

ARIE R FAHB], ZATNRAT BH FHREYZAARLTUELR T2 WA
4FAE:

EARP—NEHEIF, ZEAGR—F 045 BBREARRER, PrEmBsRR
BB & T ARG R bm o R A BT R/ MR A2 K B 20 DNA 69 20— 5. #IF
ARAB AR KB 52610 89 A AR R T BB S IR S0 R R IT AR RO 5256 9T & AT IR 4G H A
KATEA FFRENT &,

EAREP—ANEHGF, BRAAA—F 0 ADHFERSBEET, FIEEMHERS
BE RS TFTAARG L k. AP, Rk, BT AR . WERAIER Y E Y —F
BEm R A EAEAR, FRARAE AL RPN T BA FFIREG R LT A
H BT AT B PR GG XK AT & K& k. dsk, TToad itk g AMkeg
v EHAITARET BH FF R SHATH BTN i, AR HTHEINMETEH
FFRENRE, BRT AZANREETER FFTREGRA, B, TAFT RN LK
FRPGX AR, FFH A8 ER b ATt 3 sk ik R REBCR B 69 4R K, AN 4Tt 3L sk 45 2k gk A R
Bt AT FER

BERLP G —A Kb, TEEDFASBRELE T AL AHEE. ORESH
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L BMERE. Bl RAA@egs B AR, MRENEY Ao B R mIeR A MEREK,
ﬂmﬁ%$ﬁ%?mw%%&&%m€$ﬁ%%%*%%%7uﬁﬁﬁfmw@%k%%
R&%i%%ﬁ%%%&%ﬁ%om%,%%ﬁﬁ@%%%ﬁi%ﬁ$%$m%,u@i
FJE RAE, Wb, TR RCGEMAR T 5B mie, Afmit—FRE T B HEARL
T BH Fw KA RUE,

EREP G —ANEHRB T, FFENEEMBRER—F 035 BBRERT LR,
Bk AL BR AR AR Y 36 2 7038 T2 PP AR BRAE RT3, MR R B R 38 =4, EA
K —ANEHeP) P, PTiAY 36 % UiE Fit4Ti4 ) PEP-PCR. DOP-PCR. OmniPlex WGA
2 MDA #9 £ —AF, dk, T —HRGI L LK F A DNA 69308, Admit—F R
TESHENRRT B A FREQBE ., FURRSE ALY G0 HENMRZT EA F
%%@%%%quﬁﬁ%¢mw@%kM%&4%m€$ﬁ%%%*%ﬁ& dt, T

— R G A F L DNA 093E, WNmit—F R ETELHRNMATEA FERES
By,

EAREP G —AFZPF, ARG EMERZEL—F s Kt T, PrEiFi
B 0K EALEBRIRAT, DEA R BT AL B AR AT AT BT AR BRAE R 38 A AT ik, AR
FKATR TR RIRAMBAERY 3 =4, ARATSTPT iR R f TR RIRGGAZBREE A Y 38 = 4,
AP N L e, dsk, =T AR ZO0H TR RIRFT 6469 24 SNP, b, TUAH R
W3t HARIETE R B 4o B F KR T AT 0409 B4 SNP, kA L5iX sk SNP A £ F%

R W HEAAEI

RIS — AT FEBRRAAR R 05 KR, s, T~
R ARMBIAAT R0 HE, KAt — SRS T ERMTRETEH FHREH
#E.

FERE B —A %565 ¥, TR A2 E %% 8 lllumina Hiseq2000. Genome Analyzer.
SOLiID M & % %.. Ton Torrent. Ion Proton. 454. PacBio RS M|/F % 4. Helicos tSMS M| 5 %
BEUABARILN G R EGE Y —AF., dsk, RBA AR ENFEEGHAEAZT. BEMNFH
5, B—FRJFTHAINMEITEAFFTREGHE, ERALPH—/FERYF, PTE
M A AR Mlumina Hiseq2000 AT 49, T8 M 5 238 69K E 4 90bp. wsk, TAt—H 4R

BB AT SNP TR, AR ST HAENRZLZ L EH kS0 %,

BERE R —AE3p6)F, Bk SNP #HEZE Bt —F G4 b 24, bt g
JA il AT RN B SR B AR A R AT st A AT IR N 4 P BT 449 S 4= SNP. £
AL —A A, PR st $70E T4 SOAP/SOAP2 SR HATILAT. Wk, T2
H 2 P 45 R T L84 M B AR AT AT, AT =T pA RO M 48 R P BT 6L
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#5 SNP, #t

7w AR

FEREALETFATT

calling i /A KT 20; SNP /i &

R A,

X BT id
N IR E KT 8; SNP 4%,

BTN RT A RS RE,
JEARK B —A L3, Prid SNP # % % & i#t

L) 4k R R BT 640 Eade SNP
RN TR R IR RS S

ARER

PCT/CN2012/080500

SNP 1

ﬁﬁm, Ffrif SNP

it J&: SNP

4%; SNP Az 5 M AR KT 2; A2 SNP fi, 8 5 R4 L1 SNP AL EZAMEBXT 5. &

sb, VLK BT T AR R 49 SNP 45 R S#ATIEIE, A AR #ORR

IR A 0 AR AR
JEARE G — A, ik &4e SNP /2 F AL G4k HBB A F X, £ KK B —/
FHP) P, PTiE E4r SNP Hik f F 7692V —H:rs33985472.

rs33978907.
rs33925391.
1$33952266.
1s34793594.
rs34451549.
rs33945777.
1s33922842.
1rs33943001.
rs35724775.
rs33971440.
1rs35424040.
rs34716011.
1s33941849.

1rs34029390.
1$33946267 .
1$33952266.
rs35703285.

rs7480526.

rs33945777.
rs11549407.
1rs33943001.
rs33915217.
rs33971440.
rs33950507.
rs63750783.
rs33941849.

1rs34809925.
rs35485099.
1s33914668.
rs63750433.

rs10768683.

rs33933298.
1s33974936.
rs63750513.
rs33915217.
rs33960103.
rs33950507.
rs35799536.
rs34563000.

1r$33953406.
rs36015961.
1s33914668.
rs34690599.

rs35099082.

rs33913712.
rs33991059.
1s34527846.
rs33915217.
rs33960103.
rs33951465.
rs33930702.
rs34135787.

rs33910569.
rs33930977.
rs33913413.
rs63751175.

rs63750283.

rs33995148.
rs33982568.
rs35456885.
rs33956879.
rs35684407.
rs33959855.
rs33930702.

rs34704828 .

1s63750954.
rs33910569.
rs35256489.
rs33913413.
rs35328027.

rs63750283.

rs33931779.
rs33948578.
rs35004220.
rs33956879.
rs35578002.
rs33972047.
1rs33930702.

1s63750628.

SRR T & ST

rs63751128.

rs33971634.
rs33952266.
rs34483965.
rs1609812.

1s33945777.

1r$33969400.
rs1135071.
rs63750195.
rs33956879.
rs33916412.
rs33986703.
rs33941849.
rs34305195

PABAL T AR EAR 11 £ 5246716 4. 5246879 4. 5247026 4. 5248161 {44 SNP. b,
AURARAR AR I A1) 69 5 AR RT &R WK 89 R LT AR B0 R A R] 0 P 49 2

EANRAT EH 51

HA R Pede b i R g 04

AW ATy & Fa Al BT @ A A A

PR, RBELRLAGEKRT HE.

" & LA

ARA) 6 ik o S e 8 7 8 B A 26 T I R 526 69 4 i
s h M. S

FOREG T R, T UK B TR R AT EA R TR

b g, A @ 9 6 K A

b 24
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B 1 RARYE AL — A ERBGHEANRZT B FRENFT R ARTER;

B 2 ZARIE RE B 5 — A EHH) 6 EANRLE BA AT REN T FHAETE

B 3 RAREAL P XN EHRB G HINARALTER FFTREN T EONAETE

B 4 RARAE AL P — A REH G HENRRAT ER R T REGZANEMTER;

B 5 AR AL H — A FZRBIGHAENRREER FTREW AR EMTER;
VAR

B 6 —ARIE KL 5 — A KB G HAZNARLEER FFREG T ENAETTRE.
KR H mAhid

T mhh iR R K B L), PR AT HEREB P T, EP HihELME
REAEAT T R TAF] R EG T REA AR R K G ey rE. T @mdd Ak A
H G KA R T B, AR TREBALN, IR A i AL R

FEALF AR RE “FFRE” B LG, LT ARAEAT 5 AR B] 4o Abg
FRERR GRS, Bl TALERRB. LRAFFTHF. ERLPG—AZHEGFT, PR
FIRAEH R, ARIE AL ZEG], HEame R F RZ AR TRE], ARIE AL R kL &
), Fridskym A KA kR, A R R GRS by — S AR B A 4 69 R R R
MR, Bk, @A 5 # KR gk R AE X 69 SNP G A BULH EPTAT R 6T £ 25 4 1%
. ARIEARL B EHB), BT ARANARET & T B 48K 6973 F KA B ek 5% 69
RS HEAT TN Fa vl AE . ARIE AR L B BAR T, PRELE R ER AL AR T ER oEL
MR F B AE-6-AE R LA B SR TG E GG B ) —AF . BRI —AKHG)F, PTEM T B o
TR B-F B R E ., Wb, TR B AL LT B AR KGR R LRI R,
BREANRAE EAHAFREG T &%

BERERG—ANF @, REARE T —HAENMETEAFFTRESGFT R AFLHB I,
ARIE A K BR 6 3645, % ik eLdE:

S100: A*FAMKEGAZBRAEA, MR 5 &

EZTRF, BRSAMRGEBRAER, WENF L, W@ R T84 640 5 f 4
R, EARLYF, PIRMGGRIE AR G R LRI, T AT &4 #
B2 G0 A IR, Blhe Tl h A, dst, T A FURARIE KK B 2560 69 0 & MR R T B A
FFREG T E, ATARERIATEN, AT AR AT AR T B 8 F 5 R AT
.

AEE 2, RIBALH G EHRS], LT AR —F QIR TR BAE A F 3R
(S101). ALY FIEM ARE “BAAR HAE LM, ET0Z DNA FK, &7

A,

IE
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VA RNA BEK, 47700 & 238545 X 4L 3213 DNA AR RNA AR, RZ4845:@ 05
B IRAE B BT . ARAE AR B 49— AN 52360, MBRARARTT A H MR A 2 R 41 DNA 49
22—, @k, 2 F4 DNA F 48T MREG &I EEE E, bk, @il ma
DNA #ATM 5 F2 SNP 547, #8495 A 2T HKIF /MK SNP 12 8, AT hit— g
SHENRAT EH A FREN T RO EA ., ERLRG—NEHRG T, gz
BRAE AR ARG 2 m o A I E AR AT RIGG . ARIE R LB 69 %56 0), NE e R ik
FHAY RIFHBAE ARG 7T E A FBOF N A RS, e, T i@ i8R A AR A 2
JOEL RN T R INFEA TR 2 R e 2 A 40 DNA. ERE B 6G—ANE566] P, Prid$am
JORF M EREARAARGG L i, 2B, k. BoF. ZAEI. P ARAERH A Y
—Hbo ey, dsk, OB R §AMRE Y BHATARRE EA FRORESRATH 2l
T A4, AmREG T HAENRET EA FFRENKE, BRT AZNMREZEER 7
FTREGRAK, HI, TAFEIAAEDRRPGE AR, I H 5845 EAR b A3 3 2 9k
R GGAEA, gt ad 35245 20k o RIS 09 A7 F 0. R AR b — AN 23600 F
Pk B imfp R itk AR, ORE S BE. BMBEE. BHWE. AXas B
ORI Yy — T B Y. m%,%%ﬁﬁ@%%%ﬁi%ﬁ$%$%k,u@ 2 365 4
Bk, sk, TOUHZBMAANMRT B E @i, Aait—FRET EEHTNRETER
FH RS AE,

ok, ARIEARK G A, ERFARBEARZE, TS ATFE] g B R BATY
¥, KA TIEWIEH M ERARBRGEBRAER, B4, 5£LE 3, ERALAG—A
KA T, AT PTIRAMR G BRAE A, MR A L AR —F 15 fT TR e B AR R
ATy 3, VMEAFRIBAEARY 4 (S102). 8Tk, TS AT AF2) 69 BRI 38 =4,
MR E. dst, TUARSMEMNG EGHE, Amit—FRE T B4 HZANRL
T EBA W RS E,

ARAE AL 6 Tk, sTHBAERBITY Tk, FFRZERNRSE. B, ERE
B 6 — AN 24600 T, BT R JR G9AL BRAE A AANR 69 3 2m i, P JR B89 A L B 48 DNA, 4F3fi%
A F 20 DNA 3474 38T vAid it f§ PEP-PCR. DOP-PCR. OmniPlex WGA #= MDA
ATy, disk, TSRS E LA F M DNA 69 E, Aind#t—FRFHTE
L E NIRRT EH FH RS RE, ki, RIBARK PG EHaY, ToAd—F Qs
P ik ¥ om JR AT R, AR EE AR T iR g b R R 2R 6 R . ARIE AR B 84— 2k 4,
ST T AR o B A B 0 ik R AR R IR, REBA L mib SRRk A
SR IREPET . ARAE AL B A AR T, T AR R B BRI BT A S a0 B RR PR A BT i

?\7
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Bomipa ek R, RPALI, THEEBH ML ML mipFEAE AR, A
B R BB ERATIREI, BRI EHE, N —FRGT AT L@ L ERIE
HAZ MG RCR . ARIERE P E FeY], Emit e R RAY I T E R LR, TTAR
A FF PCR 497 %447 vA £ /1 PEP-PCR. DOP-PCR. #= OmniPlex WGA, A7 vA % 4F
T PCR 897 i 4)4w MDA (3 4 E#:438). ARIBAL oy LA =), it XA KT PCR
897 %, 44w OmniPlex WGA 7 %, T i 69 8 bt iX A & e 45{2 R IR T Sigma Aldrich &9
GenomePlex, Rubicon Genomics #9 PicoPlex, Qiagen #J REPLI-g, GE Healthcare 49 illustra
GenomiPhi 4. B, ARIEAREK PG EARTH, EMENFLEZF, TARA OmniPlex
WGA 3£ tmfle o R 4LEATY 3. dist, 84984 20T 2K R a ity 38, Mmit—F4R
& T HAENRAT EA FFIRERE,

FERERCG—AN RGP T, A TR RY 3% =4, MEAIERN S L EZAT,
W—F @dE: FRNALBRIRAT ST BT AR BAE RS 3 AT Tpik, DARAFR B BUE R R4g
MBRAEARY ¥ 54, ABATST P iE R B TR RIRAGALBRAE RS 38 =4, MEATEN A L E.
BEREPEG—ANEHB P, FTRAMERBRAZ Y —ARTFRER, sk, TR R T
FE R IRFT 449 &% SNP, sk, TUAK SO0 SARIETRZ R IR 4esh 2 -F R 3R F PF e
469 &% SNP, R 55X SNP A X494 F RS R fa e stk 550, ARIBARL Y 49
KA, GBI ABRARAT ST BR AL A 38 F AT 058 69 R R AF S IR A, T AR E A8
ik, LI ARIBRANZ . ARABE AR L P A, TS B AT KRB BREAT. b,
oAt — 4R & AR BRI BT IR R AR, Nmit— S RET EEHENRETEA
FH RS AE,

AARBIIARA R eI/ 69 2, BT A e Bdm by 7 s 3 TR R 35k 049 4% PR A2t
ATHH, Bl R AT F M| 5T B AR RUEAT PCR, sk, =T AfFE|FUE R 3Rag4a X938
M, AL T RIRGG N E LR, dtm AT TUE R4 %13 6.

ARIE R 09 KA, A AR AR BRAE A N T LR 69 7 R P R LA R TR ). ARAR
BAANA D T AARSE R 69 3 4B B B ARG BAR 7 LA B R M A AR a0 A5 g
Wik, R TFMEALB MM G R mY, TTOARILMFALE ) 7 44 [lumina 2 &) A7
R HAZ, Fl4e 4 Tllumina /3] Multiplexing Sample Preparation Guide ( Part#1005361;
Feb 2010) 2% Paired-End SamplePrep Guide ( Part#1005063; Feb 2010), @it AR HH A
AL,

S200: xS EBATRG, FRRAFLER

iz B R, @A) P A R A SR AT, BT AR Bl 2 AN 2 (reads )
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AR I 25 R

ARIE AL FAL, AT ARFF G TR LA RA]. AL —AFA8
%, ST eAF) % B Illumina Hiseq2000. Genome Analyzer. SOLiD |5 % %t lon Torrent.
Ion Proton. 454. PacBio RS M| & % %. Helicos tSMS # K VA R 4 K ILN F H K64 £ o —FF
HATRF. dsk, RBANZIENFREGHEET. REMNFOFL, 2—FRZFTHL
MERET ERH FFIREHHE. SR, AMUBRFEARAAR B R, LT R g
MF F kAR BT BN E, Flaofh ZARNNAFHEK, ABRABETRIFL HERGEL

VAW AR . ARIE AL G K], B K E N F BT AT R A9 M B R AE A KB R 4F
BIFRB], ARIE AL BA 69— A~ AR =4, F)8 Tllumina Hiseq2000 34T 49, B 2 0 5 248 69 K &
# 90bp. FIFAIRTRAIN, LN FHIEEGKE A Y 90bp B, FEBAR K b7 3t ) 5 245
AT, RBHSIERE, FHRBEEERSMGRARA, E—FRETHINMNAT E
A FREGHE, FHEKT ALNRT ER A FREGRA, X LHMEA 69 RiE )
JP3AE” R IGEAN M TR K L AL 09T 218

S300: AW F4E R+ A @4t L4k SNP

FEFRAF M2 R2J5, T ABIET I P 28 R PT 209 MU AR HAT AT, KA
¢E R P BT A0 AR 8, Blhe T LAFFE) SNP 1 K.

ARIE AL B G T, % IR, AT R P BT @80 NP BAE AT 54745 2] SNP
58 T R R A R TR ARIB AR L 4G EAe), ST B AT AR 60 B S B A
A EBATOAT, ARA T PTAFE) 6 45 R F 69 SNP 42 &, AR AA R T vAARIE A7
B ok T R T RATHIA e A B . ARGE R L B 69 K66, PTRA GG AF KR R 4 dh
AR RLEFF], #lhe Tl A Hgl9, NCBI Build 37. S 4, AAUBEARKARETABITR
T Ho A, Ok 68 5 FUAE S S BBRB, 454evT VAR R E4n 84 SNP 4% 4 508 5 7] dAT Hat

ARAE AL B 4G SR A, BEAT BT BT R R 69 77 ik e A IR R AF AU TR AL ARIE AR L 4G
K], EREPGG—AFHE T, TAKK SOAP/SOAP2 SAFHATR F 445 5 AR T 5
Z A GG He T, ARAE AR K B A KA, T VAF AN B AT R, FAEEREAR
FRR BATIORT . b, T AR BT R 2 R P BT 0 M R SR RAT AT, AT AR
B N 45 R P L84 SNP, BEm T AR S E MR T B FH RS HE,

FARBIARNT TALRG A, A3 REAF-F &, TARM R 4G s s, flde
SOAP/SOAP2 #4F, = &f Illumina M5 & 4 b942 0 5 AR SAB AT #sbat. BReG, T
DARAB AT 4 RATRAB R /8. %, GCA4E. T4 %, ARAEZE. NAERASF
58, JFHARIE A L3 ST N B AR AT 4. R BT R A8 st 6 S E B89 LR 3B 4T,

10
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HRRH A HIEE,

% SNP 12 &3t 47

SNP i &
SNP i &

A~ SNP 1, 5. Z A #4938 87 £ 45X

AT rEsaH.
H b, EREYE—/NERGF, £l
Tk, Bl Ad i R TR A e id
%o SNP #ATILJE, ARIE AL I 49 5L 4641,
SNP calling /i 18K F 20, £ AL+ FT4EA 69 K& “SNP calling i 147
SATERAFIEATIEAR P, WA SNP 89T 12 B ATeh b agdT o K.

R IRE KT 8
R BN TR AR B IR R8G5 42
SNP 12 &8 H NBEARKF 2; A=
SNP /%5 KL 694 SNP 42 BB 693 B KT 5, AR FAMERA G EEF X “B

B A, 5, 9] A8 R 6 s K T 5 A,

Wb, TR T PTIFE] 84 SNP 4

BA R R AR,
S400: #X5 C.4= SNP A AR ERE

oA BT iE,

R T
A8 % 04 5%

AR AR B 84 52 36451

Yzl

&,4-49 SNP 12 &..

it et

R

WM BB N B B, AT B SR AT
dtdm, TTrABidar SNP #HATHAT,
TRE, Bl T ERLE SNPAEX G E K F &R,

TR 69 SNP KBS R F 4 5 IR 4]

PCT/CN2012/080500

?f SNP /TD oy "7\){‘ ﬁv‘;]_ VA X‘_J—ﬁﬁ—’?ﬁa‘élj

it gk, M AH SR

# /)~ SNP 4L & Z_[8] A48 1% 69 R EEAN B, 1) 4o

TS AN A 48 R AT 6400
TR GRS ATINE ) Z—:
£ 45 /2 SOAP

“FEH KT 57

SRR E

S )E, T VARAF AN A

AZNRATER EH SNP

JE K B o — A 52 5605

., i @4 SNP [T AR @4k HBB AEH X, AL —/ L4, Prik 4 SNP
ik B T 589 £V —FFrs33985472.

1rs34809925.
rs35485099.
1s33914668.
rs63750433.
rs10768683.
rs33933298.
1s33974936.
rs63750513.
rs33915217.
rs33960103.

1r$33953406.
rs36015961.
1s33914668.
rs34690599.
rs35099082.
rs33913712.
rs33991059.
1s34527846.
rs33915217.
rs33960103.

1$33910569.
1rs33930977.
rs33913413.
rs63751175.
rs63750283.
rs33995148.
rs33982568.
rs35456885.
rs33956879.
rs35684407.

rs63750954.
1$33910569.
1s35256489.
rs33913413.
rs35328027.
rs63750283.
rs33931779.
rs33948578.
rs35004220.
rs33956879.
rs35578002.

11

rs63751128.
rs33971634.
rs33952266.
rs34483965.
rs1609812.
rs33945777.
1r$33969400.

rs1135071.

rs63750195.
1s33956879.
rs33916412.

rs33978907.
rs33925391.
rs33952266.
rs34793594.
rs34451549.
rs33945777.
1s33922842.

rs33943001.

1835724775,
rs33971440.
1s$35424040.

rs34029390.

rs33946267.
rs33952266.
rs35703285.
rs7480526.
rs33945777.
rs11549407.
rs33943001.
rs33915217.
rs33971440.
rs33950507.
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1s33950507. 1533951465, 1533959855, 1533972047 rs33986703. rs34716011. rs63750783.
1s35799536. 133930702, rs33930702. rs33930702. rs33941849. rs33941849. 1533941849,
rs34563000. rs34135787. rs34704828. rs63750628. rs34305195 “ABRAZF AL &R 11 L
5246716 1%, 5246879 1%. 5247026 1%. 5248161 4244 SNP. wysb, A KHAFZAMRZ
Z 3% HBB A X 64 SNP, A dn ] vAK 3 H E AT A A 2 2 T EA T BT EL LR
-3 o i 7

gy, B R G R T AH BRI GG SNP 45 &, JFELFT pAATRT BT AR A 89 4% S R
R A KK B RIPTE 69 SNP 13 &, RIFAARAR A LR, AR RF B ARARA
ol R 2 5, TToAidil b R 698 R ki, BATRAIER, FIBTAE R 49 SNP & 713
ERTRFIARBER, Lm0 S B ARST B RIS AR A ZE RS/ (2
B—m) &4, REMILE SNP K FZERET5IAREM, B3R IERS SAR A E
R AEAE R L 4945 A
BREANRAEEREAFTRENGEAL

BERERGH —F @, 5584, REPARET —HHAZNMMELTERFTREG AL
1000, AR4B AL 6 EAel], %A% 1000 €45 AFLEMEEE 100. AFEE 200.
SNP # & £ & 300 VAR FFREHEEE 400,

ARIE AL B 4G F ), N F X BEMEEE 100 A TASAMRGEZBRAER, HENSF
e, ARIERE TS, MFEE 200 5N AL EMEEE 100 49iE, dk, TORTF
S PT A FE A SOFE AT, AR IRAT & 2 AN BB A R 0 25 R ARIE AL B 49
7640, SNP #Z K E 300 HATEnF R EARE, AFRTAFR R FRE, LN F
4 R P P 0,400 €40 SNP. ARIBEARL P agLaeh], FHREHEREE 400 5 SNP HERKE
MiE, dsb, ATFRTH@AAHETHEMNFLERF IS4 SNP, HENMATEAR
5 prif ©4e SNP A X695+ F K 3.

FI R ARAE AL ) SR 6 A AT A 7 RS R T K Bk 52367 @ AT id
B RANRR T BH FHRENF R, R AR B8 10 o Z AL B KR PT 6449
SNP, F HwFiXxst SNP 537 RAZAKE, dk, TOAH SO0 T BRAER KRN
R R T BA HiX s SNP M X 693 F K.

BEAREP =R P, ZAAET AL —F QIEMBRAERRIEE 101, RBERL
944 L], HERAEARIE S 101 i FAAIKRGG 2 a0 R E B AR T REAR g 4 2
F 20 DNA &9 £/ —3R4. ERKPEG—/NEH#EF, Z A% 1000 Tt —F @455 T
ANREYik B fik . B SRR BuT. RAFIR. P EBRAE e £ —AR o B R min R A

Byl

12
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MERRGEMF RS BEE. dsk, FRRERLR FRG GH T NMREE ER 77K
09 BT IR B30 T @ PTG A E AR R T B8 7R K& &, bk, Tl
5tk B AR B A AMR R T EA R SATA BOLTRNAPAE, AR & T e
MMRET EH FFREHHE, BRTAZNMETER FFREGRK, HHh, Ts
1R R BGR AR AR, FF ELAR 45 B AT 3 s gk % RIR R Rl 69 AE AR, A d At 3
B4 TR IR A R BAE R AT F ., EARKG— ARG, ARG BEEETiET
R, ORE B E. BAEE. BME. AX@isB K. MAENE Y —HF
o8B IR F AR, FURARAE KL Z30) 6 TR R T EA F T REGZ AT
VAR 33 LA & PR 0 B AR R T A 77 WA T k. disk, %R SURHRIRIT
ARG mt, MR REE AR, B, TOAH BOEMAAMR T B L mft, Mt
—HRZETBEARNRAT B FTREGEE. ERLPH—AFRL T, MFE
MBE B TS —F QI BAE RY L0, BB RY 38218 T2 Tk A s A At
ATY 3, DARAFERBAEARY 3 Y. EALRE—A RS, gy 3% UiE FlAT
% f) PEP-PCR. DOP-PCR. OmniPlex WGA #2 MDA # £V —4t, dgb, TA#H—F R G
YA R DNA #acE, Amit—FRET BELAEAKREEER T REGRE, F)
FAARIE AL 53645 6 B RAR ARG B 55 RS0 R GT VAR 200 5L 26 7] & P 69 74 2
MER T ER FFRENF k., bk, TR —FRET LA LE L DNA $930E, Wdmit
— VT RETELARNMRT EHFFRENSE, EALT, “BREARRER” i
A7 RFFRZAEANRA], REBT VR X G BRAR A BT R BRAE RE T B4 4%
VEBPT, fldexd Tk 2 mioR A MEF ARG KEZ DNA, TR A EGRkEm
FOZ RN T L BB FH MR 3 dm iy A 2L B 28 DNA.,

FI, EARKPG—AFRET, MNELEMERELTAL—F QEHALT, &
ik 0P IR B AR BRIRAT, ARA) R AL BRARAT AT BT AR BRAE R 38 A AT ik, AR
FAF R O TRE R B BABEARY 3 74, ARATT R A TRE R BB AT 3 74, #
HPTEN L, dk, K ZO0HETUE RIBAT @449 4 SNP, Wb, UK 20k
R ERBETRE R BB 4o s BT R P B €449 B4 SNP, A2 55Xk SNP A £ 49578k
B BEFE M, EREP G —ARHGF, BBIRATURAG R 9 X R, &
s, TAR—FRZANABBRBATEATHLOHE, ANmE—FRIZTELHENTRET
BA RS ELERLPE—A R0, PTENAFREE Ak f llumina Hiseq2000.
Genome Analyzer. SOLID M|/ % %4.. lon Torrent. lon Proton. 454. PacBio RS M5 & 4.
Helicos tSMS MF X B AR M ARILMF K E G 2V —FF, dsk, B A AZXLENEFEENF

13
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WE. FENB L, H—

TRE T HENREE BH 7

PCT/CN2012/080500

TIRASAE, ERL G —

ANEZFEBF, PTER A5 FH Illumina Hiseq2000 #4769, ATiE M 5 248 49K E 4 90bp. &

ll:b) v‘;]_yy\i&"

TR&E

B, EARKPAG—AE0)F, SNP AT L E
FaB s BT RN AR 5 A AR AT R A TP A

R —A ST, P
BT M 2 R ¥ P @
7 VAR
BERK g —A BT
WA,

SNP, #t

FREAE TR T AT

calling i /A KT 20; SNP /i &

&2 M P B AR AT
BAEARRT B TR GE,
SNP #4523 & =T vA it

L 2k R Y T e
N IR E KT 8; SNP 4%,

X T i

¥ ads:

Y AT SNP HATHIAE, WIS T AEARRES EA S ERA
Pt # T, Bk

R plst £ 0

N 4k R R BT 6,48 40 SNP. R
R a2 5118 TR B SOAP/SOAP2 # A st A7 Ebst. sk, A

—F .35 SNP i
49 %42 SNP #t
RN TR R IR RS S

T, AN T AR A MR TN 4k R PR @

dﬁﬁJL,ﬁT SNP

it J&: SNP

4%; SNP Az 5 M AR KT 2; A2 SNP fi, 8 5 R4 L1 SNP AL EZAMEBXT 5. &

b, T AR BT P AF 3] 49 SNP 4

IR A 0 AR AR
JEARE G — A, ik &4e SNP /2 F AL G4k HBB A F X, £ KK B —/
FHP) P, PTiE E4r SNP Hik f F 7692V —H:rs33985472.

rs33978907.
rs33925391.
1$33952266.
1s34793594.
rs34451549.
rs33945777.
1s33922842.
1rs33943001.
rs35724775.
rs33971440.
1rs35424040.
rs34716011.
1s33941849.

1rs34029390.
1$33946267 .
1$33952266.
rs35703285.

rs7480526.

rs33945777.
rs11549407.
1rs33943001.
rs33915217.
rs33971440.
rs33950507.
rs63750783.
rs33941849.

1rs34809925.
rs35485099.
1s33914668.
rs63750433.
rs10768683.

rs33933298.
1s33974936.
rs63750513.
rs33915217.
rs33960103.
rs33950507.
rs35799536.
rs34563000.

1r$33953406.
rs36015961.
1s33914668.
rs34690599.
rs35099082.
rs33913712.
rs33991059.
1s34527846.
rs33915217.
rs33960103.
rs33951465.
rs33930702.
rs34135787.

E R HATIER, A A IR

rs33910569.
rs33930977.
rs33913413.
rs63751175.
rs63750283.

rs33995148.
rs33982568.
rs35456885.
rs33956879.
rs35684407.
rs33959855.

rs33930702.

rs34704828 .

1s63750954.

rs33910569.
rs35256489.
rs33913413.
rs35328027.

rs63750283.

rs33931779.
rs33948578.
rs35004220.
rs33956879.
rs35578002.
rs33972047.
1rs33930702.

1s63750628.

SRR T & ST

rs63751128.

rs33971634.
rs33952266.
rs34483965.
rs1609812.

1s33945777.

1r$33969400.
rs1135071.
rs63750195.
rs33956879.
rs33916412.
rs33986703.
rs33941849.
rs34305195

ABAL T AZEMR 11 L 5246716 /2. 5246879 4L, 5247026 4%, 5248161 454§ SNP. w13t,

) ARAE AL B SR 0 B R AR R T &R

14

FAR A BT VAR SR 56T 0 BT R 8 AR
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EANRAT EH FFRE Tk, AT 2R BULF) BT TR R AT B A b i b
HAZ -3 BT fn k.

REFAER B ARE ABk” B LM, BT AR AR, L AR EAE,
L ET VAL RARR 69 A B RRE, R BB ZI G LGAERT, )ik BRAE KR I
B ARY BT AR 0938 & F HEAT, BP R LI AR B ARIRZ G, AR 6938& 3
HOEB T T AT AY AL, RF B TR BAL K2 £ 68 R
HHEB, REBHRRENGEMN (QLIERB LA AR R GULR ) 8 hE T HTHIRAE
Ay B R LB, XAFRPEIL T HEBRAEARRI G B BRAR R Y W £ fe Lag s, LT 00K
HARARE AT Pk E.

AARBIHARAN R 6B HEMR A, FEX THENRET EH 757 RS T R
HEAEFafl B, B R ERLPGHEINREZLTEAFFTRENGRAE, ATHE,
BT,

Tl KL S ARG AR A AT, KABEHAARKFRER, TEg%EE
B THAARL B, o R ELALA TR AL AT E . R3] F R BARFE AR R4,

B RATUIR A 09 LK R R AR XA (Bl I FEBH ELFE, HREFFY (o
TAKEFERIESY, £, AF i) RE R 7 Sl AT, PTRRA R ERE
A BE, BAToBE T BMFEFG TS 5, B4 T 04K A Tllumina 2 3) .

— R ik

M A AEFRAFIIE E A1), AL B ERERBF, AFH 6, KA CETHTRY T %,
xS 4m I8, SR A A A AT R gk R BEAT AR

S1: #imfponB/IMEFRES,

S2: & FHAY ¥,

S3: WA HAELE(CLEHE);

S4: FHiEFM A,

S5: HIBIT B AE, FAFH SR E;

S6:  SNP Calling;

S7: SNP RIBRA=idjE, 52| BArLH eGR4 R,

S8: JkmIEFE,

4 1
B A 5-8 e gp Ak 8 dm e,
BRI AR

15
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1. A 5-8 tafe B op ke mpt &

TEARINZ - PRGN AT R AL 407 (IVE-PGD) R AlidAe ¥, 45 FAip F ks T4k
Jo, RIMEREF Z R, R 5-8 @it Eak, £F = RIATHEIERS, £ BMIBEN
T, Bk Emib, ETAAEMARY PCRE T, -S0CHRA. BFHAE I ER
wEBREF AR, FIRREL, THATICHE R, RH AER TN,

2.2 E Yy

i# A Qiagen 2> 8] 49 REPLI-g Mini Kit iXF| &, %R H|E 7 IR ateAe, S#aEmie
ARG 3, I RRE MR R AT REME, R mAY R R HAT 30 CaEY 3.

3RS (M)

S A Illumina Paired-End DNA Sample Prep Kit, 358 #]:& 5 PT4RAL 69 AZ, M DNA
M, APTAT & PTARE R, IR E mit o L Ry 38 Zh3tir sk, R4&T =4
I, X EFREAFEAN R B %) A 200bp, 350bp, 500bp, SEERIEA R B XD ILE 1.

4. 58 F N

& A Tllumina Hiseq2000 M5 £ A BATHEFN A . K EH46)F 290 LR L mie KA 2
R LM B 6 Rk, P RIRE oy 3 4 Hl BT 9 LEE cBot 414 Cluster, ZJERPE
Hiseq2000 9 A BSGEE AT, M5 K& 90bp, Pair End &5, #AS &M —A lane, —E0)
T =/~ lane.

5. BB BRIE, RIFA BHELE

M7 503 F) SOAP2 SAF#EAT AT, VAASE 2 B 41 /% 5] (Hgl9; NCBI Build37)#4 &%,
Pt Bf AR % AR e B, ARIB AT & R AT RSB IIERZ. GC L E. ZFBAA
BAR et R, FH 8, ARKAANEZERNFREFFEL, BMEELEA 1, 5
i ST M G T 4 R AR AT R As . REEAEHIF, RAVERAF 2R 4 38.25X 494448
T, BABEMGiITE R eEAR. L ER Rk EAK KA MAEf T 958 547,
RIFA R HAEE, T SNP 447,

F 1 FEHH] 1 P I LR L dm 0N T S 4G L xSt 4 R

\

F oo Q20 (%) GC (%) Insert Size | Clean Reads PE-alignment
BLS1 95.97;93.24 45.81;45.91 313 417.68M 394.84M (84.48%)
BLS1 96.15;92.96 44.73;44.82 467 396.68M 372.01M (85.85%)
BLS1 95.63;93.21 46.58;46.70 181 374.97TM 359.52M (86.41%)
BLSI - 45.70;45.81 - 1.19G 1.13G (85.54%)
(total)
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F oo PE reads PE Unique Coverage | Mean Depth | Duplication Rate

BLS1 392.08M 382.26M (97.50%) | 91.34% 14.21 0.70%

BLS1 368.13M 359.19M (97.57%) | 91.71% 13.45 1.04%

BLS1 357.44M 348.37TM (97.46%) | 89.93% 12.95 0.58%

5(1;[211) 1.12G 1.09G (97.51%) 97.04% 38.25 0.77%
FRiE:

* BLS1 2 9P 23R E me At Ke9% 5, BLSI(total)& 7~ BLS1 AR =A™ lane #44B4 £ —
BB WGITER, Q0(%)A TR EMA 20 vh Ee95dE b L 3EF a9 E, GC(Y%) &7 F
FAE6 R IR GC 228 4tk Insert Size & 7 N 5 248 5 R 69 LRGN R LK), Clean Reads
F R ERRREE4Y read /& ) T 49 read 248 &, PE-alignment & 7 Pair End % 3% AR 8 bt
L AE R 04 read 483 F & B 44EF LR, PE reads &= Pair End # 5% AR 48 sbxf £ AAH
F F 4049 read 4%, PE Unique & = Pair End #3% §4°F — pbaf 3| 52 2L F 4049 read 2635
¥, Coverage & =2 3 B 40698 £ & , Mean Depth & 74 3 B 2049 -F 9 %% /%, Duplication Rate
A TEH read 4B & ¥ read HIEFILE,

6. SNP Calling

K 36 ¥ Al SOAPsnp 4k #F, 4% B SOAPsnp &9 4 A # 8 ( A # M R

hitp://soap.cenomics.org.cn/soapsnp. html, @R PRF I FARL ) 3 LR F I e &

# 47 SNP Calling, /& K1F SNP %45 %.

7. SNP & B A1, 1F5| B AFAE 4R

*F bR 3RAF G SNP S48 G dtATad g, SR AT

a. SNP calling it 18 X F 20;

b AL B IRE KT 8;

C AL BRI T AR R P 2R 4G 5485

Az 5 N B AR KT 2;

e.i%Z SNP 5 &1 69 SNP Z A 4936 # X T 5.

LRG0 SNP 2048, AT PTZAR M 69 sk R AR X AR B, RIS T B 474 F X A 49 SNP.
FEAREHA) P T PP R w6 R AT, AT R e IR RIS R T BA B M
PR, REREH BT ETMABAR G T, ARERGARRTIZT 115
&K HBB £ R 49 SNP 125, ARME.8 LA 2.

.2 FA 1 P HEAFET HBB A B X 49 SNP 42,515 &.*
Chromosome | Locus | Ref | Blastomere | Mutation SNP ID Gene
chrll 5246715 | T TT T->C 1$33985472 HBB
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chrll 5247153 GG G->A | rs34451549 | HBB

chrll 5246716 | T TT T->A unknown HBB
chrll 5246716 | T TT T->C | rs63750954 | HBB
chrll 5246717 | T TT T->C |rs63751128 | HBB
chrll 5246718 | A AA A->G | rs33978907 | HBB
chrll 5246732 | A AA A->G | rs34029390 | HBB
chrll 5246822 | G GG G->C | rs34809925 | HBB
chrll 5246875 | T TT T->A |1rs33953406 | HBB
chrll 5246879 | A AA A>T unknown HBB
chrll 5246889 | T TT T->G |1rs33910569 | HBB
chrll 5246889 | T TT T->C |rs33910569 | HBB
chrll 5246890 | G GG G->A | rs33971634 | HBB
chrll 5246892 | A AA A->C | rs33925391 HBB
chrll 5246908 | C CcC C->A | 1rs33946267 | HBB
chrll 5246925 | G GG G->T | rs35485099 | HBB
chrll 5246928 | A AA A->G | rs36015961 HBB
chrll 5246933 | A AA A->T | rs33930977 | HBB
chrll 5246940 | A AA A->G | rs35256489 | HBB
chrll 5246957 | C CcC C->T | rs33952266 | HBB
chrll 5246957 | C CcC C->G | rs33952266 | HBB
chrll 5246957 | C CcC C->A | 1rs33952266 | HBB
chrll 5246958 | T TT T->G | rs33914668 | HBB
chrll 5246958 | T TT T->C |rs33914668 | HBB
chrll 5246959 | G GG G->C |[rs33913413 | HBB
chrll 5246959 | G GG G->T | rs33913413 | HBB
chrll 5246963 | G GG G->C | rs34483965 | HBB
chrll 5246964 | A AA A->C | rs34793594 | HBB
chrll 5246970 | A AA A->C | rs35703285 | HBB
chrll 5247026 | G GG G->C unknown HBB
chrll 5247046 | T TT T->C | rs63750433 | HBB
chrll 5247062 | G GG G->C | 1rs34690599 | HBB
chrll 5247081 | T TT T->C |rs63751175 | HBB
chrll 5247102 | A AA A->C | rs35328027 | HBB
chrll 5247141 | G AG G->A rs1609812 HBB
G
chrll 5247733 | A AA A->C rs7480526 HBB
chrll 5247791 | C GC C->G | rsl0768683 | HBB
chrll 5247802 | C CcC C->G | rs35099082 | HBB
chrll 5247805 | A AA A->G | rs63750283 | HBB
chrll 5247805 | A AA A->T | rs63750283 | HBB
chrll 5247806 | C CcC C->T | rs33945777 | HBB
chrll 5247806 | C CcC C->G | rs33945777 | HBB
chrll 5247806 | C CcC C->A | 1rs33945777 | HBB
chrll 5247827 | C CcC C->T |rs33933298 | HBB
chrll 5247851 | C CcC C->A | rs33913712 | HBB
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chrll 5247938 TT T->A | rs33995148 | HBB
chrll 5247940 AA A->T | rs33931779 | HBB
chrll 5247944 TT T->A | rs33969400 | HBB
chrll 5247992 CC C->A | rs33922842 | HBB
chrll 5248004 GG G->A | rs11549407 | HBB
chrll 5248008 CC C->T | rs33974936 | HBB
chrll 5248009 CC C->T | rs33991059 | HBB
chrll 5248014 GG G->T | rs33982568 | HBB
chrll 5248024 AA A->T | rs33948578 | HBB
chrll 5248029 CC C->G rs1135071 HBB
chrll 5248030 CC C->T | rs33943001 | HBB
chrll 5248030 CC C->G | rs33943001 | HBB
chrll 5248031 TT T->C | rs63750513 | HBB
chrll 5248032 AA A->C | rs34527846 | HBB
chrll 5248044 AA A->C | rs35456885 | HBB

chrll 5248050 CcC C->T |rs35004220 | HBB
chrll 5248153 TT T->A |rs63750195| HBB
chrll 5248154 AA A->G | rs35724775 | HBB
chrll 5248155 CcC C->T |rs33915217 | HBB
chrll 5248155 CcC C->G |rs33915217 | HBB
chrll 5248155 CcC C->A |rs33915217 | HBB
chrll 5248158 AA A->G | 1rs33956879 | HBB
chrll 5248158 AA A->C | rs33956879 | HBB
chrll 5248158 AA A->T | rs33956879 | HBB

ollolinsliolioli=l - ol diololiolrdinlilI eolloliol ol rdrddioliol ol Pdi-Nolbddi -l oliollolrdinslioliolinl ol F L

chrll 5248159 CcC C->T |rs33971440 | HBB
chrll 5248159 CcC C->A | rs33971440 | HBB
chrll 5248160 CcC C->T |rs33960103 | HBB
chrll 5248160 CcC C->G | rs33960103 | HBB
chrll 5248161 TT T->G unknown HBB
chrll 5248161 TT T->C | rs35684407 | HBB
chrll 5248162 GG G->A | rs35578002 | HBB
chrll 5248166 AA A->C | rs33916412 | HBB
chrll 5248170 CcC C->A | rs35424040 | HBB
chrll 5248173 CcC C->T | rs33950507 | HBB
chrll 5248173 CcC C->A | 1rs33950507 | HBB
chrll 5248177 AA A->T | rs33951465| HBB
chrll 5248185 CcC C->A | 1rs33959855 | HBB
chrll 5248193 TT T->C | rs33972047 | HBB
chrll 5248200 TT T->A |1rs33986703 | HBB
chrll 5248204 CcC C->T | rs34716011 HBB
chrll 5248205 CcC C->T |rs63750783 | HBB
chrll 5248219 GG G->T | rs35799536 | HBB
chrll 5248249 CcC C->T |rs33930702 | HBB
chrll 5248249 CcC C->G | rs33930702 | HBB
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chrll 5248249 | C CC C->A | rs33930702 | HBB
chrll 5248250 | A AA A->G [ 1s33941849 | HBB
chrll 5248250 | A AA A->C | 1s33941849 | HBB
chrll 5248250 | A AA A->T | rs33941849 | HBB
chrll 5248251 | T TT T->C | rs34563000 | HBB
chrll 5248269 | G GG G->C | rs34135787 | HBB
chrll 5248280 | C CC C->T | rs34704828 | HBB
chrll 5248282 | G GG G->A | rs63750628 | HBB
chrll 5248301 | T TT T->G | rs34305195 | HBB

FRiE:

*Chromosome & 7 # &K%, Locus &7 SNP %t 7 85 s A2 = & AK L4155 %5, Ref
FOTRHEIE P ASE B R b xS b A B, Blastomere & R IP 23K m iR SR o 3
KL SNP /i & 898 3112 &, Mutation & 7 HE & F A£G EAL 28 RE KA, SNPID R*
% SNP 1% 5 A A+ 69 ID %5, Gene £ 7% SNP AL EAZFTIHANKE X,

8. kIR ER

ARAE LA IR AR I B AR 69 SNP 13 &, H—FMoRmIER, KERA T, £ 11
5 f EARGY 5247141 F= 5247791 2B I 4 AU K I T 224 SNP & 5%, €13¥42-F HBB A A X,
EAAMLEGEERRTH B T BT A, MALEG FXAMLEDREER, LA
7 st R4 I ZLIR A B M b R i BUR AL 4945 W .

34 2

MR EFAGIRE w0

BRI AR

1. EF AR E M5

RERB|BERR O T —ARBEEFTHOAANK, HRVFRBER, BB, 55

G mitE, Gmit PBS hikiE, EFFPBS AT, MuREliNgmiess, B
T 1-2ul s m e A F, -80°C A A 30min vA k.,
24K Ay i

% Al Qiagen /23] #9 REPLI-g Mini Kit X7 &, %R 4):& 5 L eg iz, g mie
2314 65°C 10 AR B HATREME, WAY 3B RHAT 30CREY .
&R IR EA
AR B A AR I R ALY 3 AT R AR B AR R IR, R A AT LR M.
AT PR Agilent & R 4T3 69 B ARR R —3A4 2.IM Koy, @ — G2 K F R HAE
R ARG ASRF R, X T Agilent &K 8980 F ik, TTvASE )% 7 PTRAL G IAZ.
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¥ 2 LTI LEHATHAEAZTN .

4. 58 F N

A4 %A 1llumina Hiseq2000 N5 £ A UAT S8 Z N5 . KEHM) 3 ik 2 mie
ARA G R R P 6K, BARREA— G R RRRMXEE YA E TR, 4
2AM KN, sk B im iR 38 T b ST 6 S B IR X E % cBot 414 Cluster, X5 8L
Hiseq2000 9 A BGEE AT, A K& 90bp, Pair End &) M5, M FHIE-FALA 1~2G k.

5. FAB VT BT IE, RATH I E

W 245 ) SOAP2 #AFHATLAT, WAASF K45 7] (Hgl9; NCBI Build37) 4 5%,
Pt AR S M AR AT, ARIBILAT S R AT RUEERE. GCA . bR, &
A%, ABERIMGELEANFRESFEE, BAMEEILA 3. itk g it s £aia
Fr B AERATAE . RFEHRSIF, RMNERT B RREBRPHRE 457X 95052, HEERA
R AT, LA EAS KRB e B AT SR R4, RATA AR
%, AT SNP 4471,

£33 RAEB) 2 P ok B bm RN A SR Y Pt T 45 R

o GC (%) Reads | Production PE-alignment PE-Unique
q
A% 2m
56.75;56.94 | 24.87TM 2.24G 21.22M(85.35%) | 13.43M(97.05%)
Jie
A% 2\ | Duplication Mean - -
W Rate Coverage Depth Specificity(Reads) | Specificity(Bases)
A% 4w o 0 0 o
W 34.79% 99.44% 457.44 71.24% 65.72%
FRiE:

*GC(%) & T M F 23549 % GC 48 F o4, Reads BT HRIKFE B84 read B H) T
49 read #X#% %, Production & 7~ 4% 8 Reads 18+ F 49 # L4 ¥%F, PE-alignment & 7= Pair End
7 3% AR RE bt B A K F 4049 read 4B E & ¥ B Z b E, PE Unique & 77 Pair End # 3% 4%
o —pbat B S B 2049 read 2k3E %, Coverage R4 A B 404978 £ /%, Mean Depth &=
3 F 2089 #% /Z, Duplication Rate & &% 4 read #4& & ¥ read BT E,
Specificity(Reads) & 7 #6.4% 5+ o af £ B 47 X 3% 49 read 4B E & ¥ read #ABF oL E,
Specificity(Bases) & 7 G647t b B AR R 3R 4GSR T & S BB a9 b &,

6. SNP Calling

K 36 ¥ Al SOAPsnp 4k #F, 4% B SOAPsnp &9 4 A # 8 ( A # M R

hitn://soap.cenomics,ore.cn/scapsnp. htrnl, @I AR RBF L A AR ) s Lk FIF09H kB4
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4T SNP Calling, &/ %FF SNP #35 &.
7.SNP #IAiLiE, 75 BARAB 9 R4ER
*F bR 3RAF G SNP S48 G dtATad g, SR AT
a. SNP calling it 18 X F 20;
5 b AL B IRE KT 8;
COZAL BIRE T B ARR 3R ¥R L4 5 4%,
Az 5 N B AR KT 2;
e.i%Z SNP 5 & 1 69 SNP Z 8] 4936 # X T 5.
LRG0 SNP 2048, AT PTZAR M 69 sk R AR X AR B, RIS T B 474 F X A 49 SNP.
10 EXRFZRG T B T iR ke B HATAR, AN a5 ZaR IR R T EA P
PR, REREH BT ETMABAR G T, ARERGARRTIZT 115
&K HBB £ R 49 SNP 125, AR ME.8 LA 4.

& 4 %3640 2 F42-F HBB £ F R 49 SNP 12 513 &
Chromosome | Locus | Ref | Blood Cell | Mutation | SNP ID Gene
chrll 5246715 TT T->C |rs33985472 | HBB
chrll 5246716 TT T->A unknown HBB
chrll 5246716 TT T->C | rs63750954 | HBB
chrll 5246717 TT T->C |rs63751128 | HBB
chrll 5246718 AA A->G | rs33978907 | HBB
chrll 5246732 AA A->G | rs34029390 | HBB

GG

TT

AA

chrll 5246822 G->C | rs34809925 HBB
chrll 5246875
chrll 5246879

T->A | rs33953406 | HBB

A->T unknown HBB

T

T

T

T

A

A

G

T

A
chrll 5246889 | T TT T->G | rs33910569 | HBB
chrll 5246889 | T TT T->C | rs33910569 | HBB
chrll 5246890 | G GG G->A | rs33971634 | HBB
chrll 5246892 | A AA A->C |rs33925391 | HBB
chrll 5246908 | C CC C->A | rs33946267 | HBB
chrll 5246925 | G GG G->T |rs35485099 | HBB
chrll 5246928 | A AA A->G | 136015961 | HBB
chrll 5246933 | A AA A->T | rs33930977 | HBB
chrll 5246940 | A AA A->G | 135256489 | HBB
chrll 5246957 | C CC C->T | rs33952266 | HBB
chrll 5246957 | C CC C->G | rs33952266 | HBB
chrll 5246957 | C CC C->A | rs33952266 | HBB
chrll 5246958 | T TT T->G | rs33914668 | HBB
chrll 5246958 | T TT T->C | rs33914668 | HBB
chrll 5246959 | G GG G->C | rs33913413 | HBB
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chrll 5246959 | G GG G->T |rs33913413 | HBB
chrll 5246963 | G GG G->C | rs34483965| HBB
chrll 5246964 | A AA A->C | rs34793594 | HBB
chrll 5246970 | A AA A->C | rs35703285 | HBB
chrll 5247026 | G GG G->C unknown HBB
chrll 5247046 | T TT T->C | rs63750433 | HBB
chrll 5247062 | G GG G->C | rs34690599 | HBB
chrll 5247081 | T TT T->C | rs63751175| HBB
chrll 5247102 | A AA A->C | rs35328027 | HBB
chrll 5247141 | G AG G->A | rs1609812 HBB
chrll 5247153 | G GG G->A | rs34451549 | HBB
chrll 5247733 | A CA A->C rs7480526 HBB
chrll 5247791 | C GC C>G | rs10768683 | HBB
chrll 5247802 | C CC C>G | rs35099082 | HBB
chrll 5247805 | A AA A->G | rs63750283 | HBB
chrll 5247805 | A AA A->T | rs63750283 | HBB
chrll 5247806 | C CC C->T | rs33945777 | HBB
chrll 5247806 | C CC C->G | rs33945777 | HBB
chrll 5247806 | C CC C->A | rs33945777 | HBB
chrll 5247827 | C CC C->T | rs33933298 | HBB
chrll 5247851 | C CC C->A | rs33913712| HBB
chrll 5247938 | T TT T->A | 1rs33995148 | HBB
chrll 5247940 | A AA A->T | rs33931779 | HBB
chrll 5247944 | T TT T->A | rs33969400 | HBB
chrll 5247992 | C CC C->A | 1rs33922842 | HBB
chrll 5248004 | G GG G->A | rsl11549407 | HBB
chrll 5248008 | C CC C->T | rs33974936 | HBB
chrll 5248009 | C CC C->T | rs33991059 | HBB
chrll 5248014 | G GG G->T | rs33982568 | HBB
chrll 5248024 | A AA A->T | rs33948578 | HBB
chrll 5248029 | C CC C->G rs1135071 HBB
chrll 5248030 | C CC C->T | rs33943001 | HBB
chrll 5248030 | C CC C->G | rs33943001 | HBB
chrll 5248031 | T TT T->C | rs63750513 | HBB
chrll 5248032 | A AA A->C | rs34527846 | HBB
chrll 5248044 | A AA A->C | rs35456885 | HBB
chrll 5248050 | C CC C->T | rs35004220 | HBB
chrll 5248153 | T TT T->A | rs63750195| HBB
chrll 5248154 | A AA A->G | rs35724775 | HBB
chrll 5248155 | C CC C->T | rs33915217 | HBB
chrll 5248155 | C CC C->G | rs33915217 | HBB
chrll 5248155 | C CC C->A | rs33915217 | HBB
chrll 5248158 | A AA A->G | 1s33956879 | HBB
chrll 5248158 | A AA A->C | rs33956879 | HBB
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chrll 5248158 | A AA A->T | 1s33956879 | HBB
chrll 5248159 | C CcC C->T |rs33971440 | HBB
chrll 5248159 | C CcC C->A | rs33971440 | HBB
chrll 5248160 | C CcC C->T |rs33960103 | HBB
chrll 5248160 | C CcC C->G |rs33960103 | HBB
chrll 5248161 | T TT T->G unknown HBB
chrll 5248161 | T T T->C |rs35684407 | HBB
chrll 5248162 | G GG G->A | rs35578002 | HBB
chrll 5248166 | A AA A->C |[rs33916412 | HBB
chrll 5248170 | C CcC C->A | rs35424040 | HBB
chrll 5248173 | C CcC C->T |rs33950507 | HBB
chrll 5248173 | C CcC C->A |rs33950507 | HBB
chrll 5248177 | A AA A->T | rs33951465| HBB
chrll 5248185 | C CcC C->A | rs33959855| HBB
chrll 5248193 | T T T->C |rs33972047 | HBB
chrll 5248200 | T T T->A |rs33986703 | HBB
chrll 5248204 | C CcC C->T |rs34716011 | HBB
chrll 5248205 | C CcC C->T |rs63750783 | HBB
chrll 5248219 | G GG G->T | rs35799536 | HBB
chrll 5248249 | C CcC C->T |rs33930702 | HBB
chrll 5248249 | C CcC C->G |rs33930702 | HBB
chrll 5248249 | C CcC C->A |rs33930702 | HBB
chrll 5248250 | A AA A->G | rs33941849 | HBB
chrll 5248250 | A AA A->C |[rs33941849 | HBB
chrll 5248250 | A AA A->T | rs33941849 | HBB
chrll 5248251 | T T T->C | rs34563000 | HBB
chrll 5248269 | G GG G->C |rs34135787 | HBB
chrll 5248280 | C CcC C->T |rs34704828 | HBB
chrll 5248282 | G GG G->A | rs63750628 | HBB
chrll 5248301 | T T T->G | rs34305195| HBB

FRIE:

* Chromosome & 7~ &4K 5, Locus &7 SNP %t 5 49883 £ & G4K o945, 5% 5, Ref
FTEAE T ASFE IR 4 LA R AL B AR R, Blood Cell & = fw ik 3 40 JRAAE F 5T 1
SNP 45 2 492 3112 &, Mutation &35 F A4 02 Az 209 RE XA, SNP ID RTi%
SNP 4% & AE$ B FF 49 ID %%, Gene & 7% SNP & 545 TIAAKE X,

8. kIR ER

LR AR IR GG B AR 69 SNPAZ 8, @t—HMkmIER. KEEH T, K& HBB
B AR AR oA RS R AL R, T ARFER] T 69 dn iR 8 miost & a9 MR TE B
WP HEThEmEL, LRA B RFERRARERLEFTE, L BT ETLRBEAR
A EwRE A
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b, RAPHEAEFZINT —MAT HEZNF L WA AN H/ERE
tem (B AREER) 85k,
Tk A

AL BRGY, ReBA R A T A S DNA 4 DNA A SR EABN A, HBL35EF
QX ERELF, WEERAH,

R AL R EH T N AR Fmeghid, KMABBEAATBREER. RIET
GONTFEG A 405, T SR 5 AT S AP S B e Bk, X R ¥ A RA B 8R4 T8
Bl A . AL 62300 E b AT AR SR B AT S Rl 4040 .

ARG B agfhiE b, RFERIE “—/NEHM)7., “—RIZHH, “FTERERG. T
7, CBARTHT . R ) F iR B A A1 A6 T A 6 BRARAE . 2

M. HHRF I EOETRALRPGE Yy —ANEEBRTH T, EREAPB P, s ELEKE
B AR R — I RANR G FE P R, @ H, #iReg IR, M. MR
F4F BT A EATAT G — AR E A R AP R T F AL E T AL L.
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A ER P

1. —HHEANRRT EFFFREG T, IR EET, 0%
At B AR AL BRAE AR, MM B X,
SRR P SE AT, AERAFN LR, PrEn g4 R d % A0 5 S84 R
AT PR IRM AR, AR PTEN 45 R T @48 4 SNP; A
A TPk @4 SNP, #%E ATEAMRR T BH 5 Prid 4 SNP A8 X 69 7 F K&
. RBERAER TR R, AREET, FIEAMRAAL
3. ARBRAER | Frideg ik, HHEET, IERTRENRR.
CARFERAIER 3 TR T &, LA T, PridRRAERE KRR,

5. ARBEHFIRR 4 Bk ek, MAFARET, PrA R B RR AL G s T fE fa
41 4m IO H) B HE-6-BE PR L A B PG 2 09 2 ) —AF.

6. ARIFEAFIRR 5 A ey ik, HaFEET, ATkt iR aEA B3 F iR o

7. ARABRARR 1 TR T &, SEET, PTEEBMHAAN MR 2B L DNA
B E ) —ER e

8. AR ZR 1 Frid oy, HAFAELET, PrdmsH KR AAR G L mIe R A K
FHAF R,

9. RIEBRANER S FTRGF ik, HBELET, Ik EmioREMERRRNAEE L
. B4R, JRR. BuT. ZAEIR. P RSRARAG A B — AR B 6,

10, HRBRFZR 9 ek, HaFEET, Mm@l Mk, o
Fohik. ARG, M. AKX@RsB R, ARG EY —HaBe.

11, ARAERAIZR | g ey, AT, A3t Prd MR R, MEnlr
Lt —F L4

S PR A BRAE R ATY 3S, DBRFREMBARY Y 24, A

A3 BT R AR B A 3G T, M PTIE R R,

12, ARIBAFZR 11 Frid ey, HAFAEET, PTEMBAEAAN I MR EmIo TR
g4 KB 21 DNA,

A,

At P id 23K F 48 DNA 3474 38 281334 f PEP-PCR. DOP-PCR. OmniPlex WGA
F2 MDA 84 £ ) —AF #tATHY .,

13, ARBAFZR 11 Frid ey, HAFAEET, B4 PTRmBH Ay 38 74, M
Bk ) fp AT, dt— s

[\

AN
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FIR AZBRARAT ST PP iR BR AR A 38 Z iy AT 053k, AERIF R A T8 RRGBBRAE R
Y, A

A3t Bk ok BUE R RGGARBRAE RS 38 =4, My PTE N 5 Lk,

14, ARIFEAF)ZR 13 Prideg oy ik, Hafem T, PrdmiRar oS f a9t KRB,

15, ARBRAIZR 13 Frik a7k, HAFMEET, FETUE REA £V — AT KK,

16 ARIBA AR | FTid eg 77 %, T4F e T, PTiEn 5 2 A ik B Tllumina Hiseq2000.
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