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FIAEAEAR A R BARH N $ L H 65 %

BAR AT

AERATEEBBLF NS ERAR, EEARRETTEAAHARLRE
R h BRI R BT %,

HERHA

# M # T F (Copy Number Variations, CNV) £ KX HH L KE
REL1kb Y DNA HE, EAFXAAMAAEHE NG L7, XA E
ATARRAFENKGE I — QB AFRETE, RFERAAFENEK
)y — X AR EXEAA (null genotype) . CNV EAXAR
sy ahde, EARATRE10% 57,

HATCNVA R £ 2R A E KX E AL X (comparative genomic
hybridization ) & R, ZHE KRB LK KEH & fo S RS K HHDNA
Fl B 545 % h EDNARA £ K, AARFIXEH 2T RARAA
DNAZ A EFHEERBERAFENKEEZNEL, BRARRF, 4H#
A&, ZRARA T10-25 kb#§CNVR SEK. F 5, A TCONVAR 6
REARTFILAF: ZARZEFPCREAR, AREZILALZ—ANRE R KA
E—FCNV, EEZHTEREL; RARMLEER, HHERAEAH AL
B BMEEHETRI00%A R, AERF, AEATARRFEA.
FTHe. Br.E (breakpoint) , RS2 R EK, BEEE; $FT4HE
KT EER, ZBERATUE—ANREFTEHRZSACNY, {258
ERBELED, CONVAEXIA AR, FIHZEREAERCNVER
— AR E B R R A G .

BAATHBZANALRGCONVARF & 22K TRARAA 1
%} ( paired-end read mapping, PEM) £ %. {22 PEM # AR E T,
SAEBEG ONN—EHE I R ARARRFHRA RGBT —
SEABAARZ], HatTREFHBALE QBN RA 5 R,
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AR E

AT AR LEE CNVAERRBERS . BRKERS . BEFD. &
ASFHRME, REANRBETAMNENKERFG S . Z5xBIHH
ARABFFNREARN A EARF R BRABERE, S AHHHENREAT
HAE .

XHETRFAFBEABEZRERARHENKEFAGFT ECETR:

1) *f B ARAASRFRAE, FRARNAF AR K;

2) A LFR R R ESAEFRARAFTI A, KikER LR
WA R T HELEfNER, FALLFINEMLEYELZRE, Tk
st R PR E gL GRA R BB ;

3)BRBEALFAEEINBERE, RITALSHBEEZRERTH
REFFGTFHBEERE, ARHHGT X ALZF7 LEABKA
BKEHHAGONBERE, IBFoRILAATOFERNZ —;

a. EFEY: BERBEERNPHELZREMRAN T,

b. EAEY: BEFENRATIHBEEZRANE 0,

c. Bk F: BEFENRITIEHBEEFRENET 0,

d.NFa: RREAABERENT 9,

4) B# A TEABE—RG =L LEGg T adii, HPEeHte
MERRTE THEAAELIH/A CNV:

i G FHFORELBELTO.

ii. BEXFOZAANTLNEEG, flotXHF o+ NFI+HX S
o, AP NForEEgEhA—1 k.

iii. TAFUZIMANGTCER, TS F0INTFI+ELT
2, AP NForeEg bR -1k k.

iv. B R FOUXEAEFTHEONERE, #loXFO+ETH I+ %
B, AP EFEONBEREEHBRREIESD EEASLRTOH
BEREFGEERA, FAELFTEFHFO AL BA—ARE,

v. ZAFOXRALEFEEFEOER, AleE LG 0+EF R O+EL
O, AP PR RO BEEREABR M LIESDESEELT A
R E@@m FEAFPEFFORGEEL EA AU L,

EF, SDAHFALEENBEEZRERTFHFREFINATIHEEIRE
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EE;

5) sHA LR BB FTH kA oE L X B CNV 847 K RBEIKE Fa
M, FIFRHRRFRLLETHBAREE N CNV RIK.

AELRFHR1) Fe2) X0, RAECETRER): #ARANFLEERTE
LH, WmERLENEZEHRMNF, HHERERNF IR T IIASEX
F5l, W XX aedEsk s,

AERAGFTETARBAARNEHEERALTLLEMERGILE
BREH CNV, BN EAAARKERS . BERE, ABAAGFRY
BAKFRE, XEAFEZRART HERERE 6,

FAR 6 X

TEMNRALA#TELGHRME, FAMAET RKEAAYGTHI MR
74,

AEZPHEGRREERENKE RS F %, §EFARNFEKIE,
BRIEWEEETEANEAFREARAFA AN R AFZNKE F 6
X 3.

RKEPKLRFENKEFGF ETALIEAT FIK:

F—F, A BFEHERTUNSF, FREFERAFERZITLE,
WRAAKRUNEZEHANF;, LRAFFRATEL, TE2ERIIA
Bk,

B EARS, TRARLZHGRFKIEGR T X A 454 R
A&« Nlumina A . RAF H B KE—HKAZ 90 bp X 100 bp, #)4= Illumian
B EFBRAEREARE—HKZI0ODbp, RARXKZRF. ALXAF
AR R A R B WK ET AR 100 bp, ik £ 90 bp.

sTFREARET, BARETAZ 10x, iR 20x, mALEZ 30x
AL, Blde, TTAER 35x<84Mm 5 IR E,

KB Csnst A R ERATREH F %, Hlde, STRFLERYGIT
BTATROEATHFG: LABRELSEFLHAZTHHE, #ld G/C
BEAT GCRAAEF CBRANFARFTHLEF, Al RARTRAER
A¥ELEFIRHGCHR, wREFFAZECEHINNHLARNF LR
¥ BEANRERN (RAERTRERAHE) HE4F, WRAR
2L, HARNFLERRS%E.
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F=F, BALBFAGRAFAEEALZARARF L, Ktk
RERHERFTHEI 0L, R EEHGFANEZEREERESRS
B, PRt R P REZLEARA R EKA.

AXF “FEH” ERATRALRGBFATHARMNASFERARR
HiZR—Kk, #X 8 FPCRHEE, AT 2L, REARFARE
ABTL—HKHEBRNE.

AXFRA"ER TFTHRMERGFEATHARAEANF LY, %
BBERERPmELZMNAERBEABHOALTRAT.

ARAEFBFTLEREFFN CRAZHAT, Bl Tlk i ALK
Wk, [IATUAROFLEEE, #lde, S TFTAGHERERKL, £BRAF
51T A A B hgl8 3 hgl19 694 5]. B A hgl9 &40 X 4% F AR A
2% Hhgl9RBRIBAFH hgl8 2%, FH RN RLMHNEKS,
B AR 638 8 hgl9,

LEEHFINEERAERFOSELAIHNRFAR, LEHE
EREGERAWHERF LA ELEEIHNRAHEKE.

B 5 Yot 5T oA 8 AT —F0 B 5 et 2, Bl FAE BT
¢, ( Short Oligonucleotide Analysis Package , SOAP ) #F= BWA b3t
( Burrows-Wheeler Aligner) #47, ¥ RAHEEAFL LA REF 7L
st, BFERMNAFRBELALEAREALAEE., SATFARI A TAERE
B RGBT ARKELIT, REHAFRBEAARREE B8 253047
.,

B9, BTAMN AL RAFTHRL, iR TLEREESZA
LEHFT, BARXEFIILEREE—HRAEE;, XRELHA
BF5, BAXEEFTHRAGTHHEEGREIIN, #lodR A
HiRFlAR, XREXFAFITHEAER LR EmiEE,

AW G, TR KRR S b 4EAT 7 ik F FAL B9 B 2R,
HAGENBERERATREE AL EARMNAEHAFIKE . Hlde,
FABEB TRV OTHELZRETHEARF (SOAP coverage ) i+ 5
AEERMBNMLENBEERE.

F=¥, REALEAMEHNEERE, B¥AITALEHEERE
RENFEAINAGFHBERE, ARFFXNHELAEZ R 7 GELA MR
BREKENAGTOHBEEZRE, XBFoRILAHATOHFER
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Z—:

a. EFEY: BERBESERFFHREAMRG G

b. THEFv: BERENEXTFHRENE 0

c. BeEXEFU: BERENRINTIEHERENET 0

d. Nau: RREAABEZRENE O,

EREWF, Gl 70 bp-100 bp. 100 bp. 100 bp-200 bp K
50 bp-300 bp, 4£i% 50 bp-150 bp, &AL 2 100 bp. K& 2 ( thde 1000
bp) REEREE CNV BT EHHALE, FEXET U REAAGKLRER
E CNV, sF—f&4E8 0<% RAE, 100bp T RA A KH K
a%%ﬁﬁ&ﬁitAﬁ XAETABEER T ALRFESESS
Heg., INE nkd%méﬁﬁ%ﬁﬁf T ESHH.

ERZAFY, R FHBEBEERENTERGHENLEE
EWRNFREBZI RAZE QI EK.

EREXAY, BERESERINPFHEEZREMENETT, £H=
FAREARKMEAGED, Bldw, E—BFEEFTEY, BHGHNEERE
EatFLERFAREEE., KRB TARELAFT XNZL, #lde, £—2k
EHRGTEF, IFGANBERENEFAE1LEZUAR, 75%A A, 50%
AR, R 20%AH, B4 10% A A X 5% A.

EREZAY, BEREVNBEXATFHELZRERABNEZRASEN
EV 124, BV 154, BV 24, EV A44EREY) 842,

EREAY, BERENARITHHEEZRERBEERNEN
EV 124, BV 154, BV 24, EV A44EREY) 842,

EREAY, NFUREARKAABEEZRENETY, RAREAAE
ERENE, RREAABERE, RBEBEERERPHREN DT
50%, F 20%, F 10%, bF 5%HAF 2%. #HHH, FFRK
BB, UERBRGEEHFINIRGAAMNEERTRAAHLLY, 22
BERAFFI ks, ToRBLFCHANLENEERFFEE &, P
B Rt A A N R 7, EZXARKRLEAFTUHANGTC

E—REZaFEd, EFFOTARELERTe (E45 04
BEEo) e NFOZIGTO,

EREAFY, hix@dXE LEFLE, kAT BE LAY
FrE e EBZ —HFHMZ —,
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E—AEEFEY, BTREALT: AT EEEEZRE, UM
KAERKEHSI100bp AT ASEZFF LEFRE D, %itHX
BUMA L RAFREEKE., T EEIRENTARG T EANE
EBEZNPE K EEZIABREE a4 58, #4100,

%%, & F Mlumina RAFHERE, MABEEZRELZE GC
SENh, AR ERFEEERGCHRTARINGELZRENRE
RAEFOHRAFEKB ., Flde, AEAXZ~ri=ri*m/mgc, H P ~ri
AARNREEHRFRABEEKB, ri FIABTOHRAHEEKEB, mgc
REZINAGTUAMNE GHC REIGFIA T HRA R BB P44,
mAFAEHEARPE, 5T Hlumina RAFHERE, B
TAR FiX & GC A B MR AT,

Fwy, FHEAATEHE—RGZ A LEGEF oA, FHH
LHEHRRRT R THAFETL XA, CNV:

i EGFHEFORELESHEXT .

ii. X BFOZEANGONERE, otk FO+NFI+HEXET
2, AP NFoeReeELE A, £,

iii. TAFUZIMANGTCER, TS F0INTFI+ELT
2, AP NFoeReeELE A, £,

iv. B R FOUXEAEFTHEONERE, #loXFO+ETH I+ %
B, AP EFEONBEREEHBRREIESD EEASLRTOH
BEREFGEERA, FAELFTEFHFO AL BA—ARE,

v. ZAFOXRALEFEEFEOER, AleE LG 0+EF R O+EL
o, AP EF T ONBERENBRMEIESDELLEEAGUE
EREFEEAN, FAAPTEFET O REEL BT - E;

SD APMTAALENBEEZRERFHR/BEFINGFHEEZRENFA

e

MFeHEHEURTLETHEAAELXAFF CNV, TUAA LR
AR Y A AR k3T R . #lde, T A $| A Event-wise testing
# % (Seungtai Yoon, Zhenyu Xuan, Vladimir Makarov, Kenny Ye,

Jonathan Sebat, Sensitive and accurate detection of copy number variants
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using read depth of coverage. Genome Res. 2009 September; 19(9):
1586-1592.) #47 CNV 4@, Event-wise testing & —F & TR A k&
BEHHF CNVERNFE., CTZ2ELATEZHALR. EZFE T, #1
B fed S TABIT R ERENE mfk VRl k. #A
BEETARBUNA B ERE mRR Y &R EKE B4 100 bp
HEa,

E—NEREHRTEFY, AAATIXNGTURATETHEFREL
X HF CNV,

T, KB INTUARNF R EBBEBRRZA(Z, i RARK),
BT ERARBILEFINZTEIGRF A EKE BEMA T T QR
FREXBPHE (FHARANFRFEERRATOHE ), FARE
BERRUATORFRBRENGIFALE, FE 724, BRZAH—TFH
AR 5T 66 _EFRAA piUpper =P(Z>zi)#= ] £& P T FRAA piLower
=P(Z<zi), B E ) LR F= T IR, P(Z>zi) & Z X T Zi % Fe, P(Z<zi)
RILVTZiHBER, STHINMELETOHRRA, PREFE
max{ piUpper | i€EA}< (FPR/(L/M)) *(A/N), MAHECEXAET ELEH;
Jv R € £ 4 max{ piLower | i€EA}< (FPR/L/MN)) ~(1/1), MAAE XA
TH%k, ¥ FPR (445F%E) TR TFTALZEAREAGELRIBLNGR
FEMAEZ Fo, 1845322 FPR (BFEHE) — AR EH cnv ZH R
R A CNV 4R 8 6B A CNV &1, 11844422 FNR (1B W
M) BEAEAMNEGAE T env EAE env B RE; L 24
AERAREHEFTOHKD, IRBARBRHETOHKE, XFE£F1 84
F¥F L.

RAR, R AGHAFEAMZRATFEFTRS, FARZCNVH
THetE s F FPR/(LN), ZE O REXAEFEFD,

REFEEEENRE, KAUFPRIBRAFTAH T2 KB &1 (L-1),
MARAL, BANEZEEFAIRABRLEOGEITRS, REXETES
BUREARRRERTYG.

B, A FHEkFEZXHFF CNV TASFiIT44R, SFEEL
Fodk R G9A R H A LR AKX, 128] 4 6 BI{EA A & piUpper, B4 62
piLower. * FEMN&HE—FFaieR, GAFRANFAECNVH T,
REBE I NG R EIEMEFTORTLALEZCNY, 2E2EY
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&, FPRALM)) "AMK BIERM A | 693 mm¥gintg. 4 FPR/(L/N))
AAMAE 0.5 B £ N-1 45L& 5 FiR H 3k,

FRY, STk ERIBA B THEAFEL XA CNV B4 REHRE
KA FEME, PIFRINRRFARLLE T HAXS L CNV XK,

Mg fad T A — 2 i EFA KA. #le, KRERNF A
BEBEELZREPHATHBELZFREMO0TS4EF 1252 AHEFRKRE

B, TEBI ZAREEREBRENTFRRHIZEHE, T
RAREMHARFI10HAHBERTESFRER. L, BFHKF10°
F2 ] FPRO.05S kAR 2 AN EFRRAG R EKFRELARFH; H 9,
WRERS CNV AFTHFREERELHATIE, 10° BA#HAZRLE
8.

5% 7641

TEEEEES, SRXARTHERALA. EHEH, AT EHE
B R 3 KK K NAFF 3, IR RLAGEERE.

BERFHBIF, FIARKLRAGH HARHERKEF R FH &
NA19238 R KT HHE N KT F. HNKEFH X2 D sanger IR
REAY, BEMAENBEEAMNALERNT A, REEB5H 2
$RZAR LY A MR NA1923S (RAAEHECA), LONV E
st RBI4T 2K BAAGER R R RA LKA, (KETHKA
ftp://ftp.sanger.ac.uk.pub.cnv_project/)

%—F, xF NA19238 38 T RT3 €2 TR 6 F KL R A5
¥, BAEREXA sam B X (AN
http://samtools.sourceforge.net/SAM1.pdf), L35 24 £ &Rty 4
R (22 F5FFEASF XY FEK) . I RA T R4 BWA

( http://bio-bwa.sourceforge.net/bwa.shtml ) , rbst4E f &g 52 K H a4
A hgl9 ( F#uit:
http://hgdownload.cse.ucsc.edu/downloads.html#human ) .

% =¥, RTBAM SOAP A TR, #aBEFRERBIAEF

&3 AE3.9 (Short Oligonucleotide Analysis Package,
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http://soap.genomics.org.cn )

ERFIstERGABE, SEFARBEHENEEGBE L
REBARTGR, FARBNBEREIFF. BEREGWRA
SOAPcoverage #2 & (Version: 2.7.7, F 33k :
http://soap.genomics.org.cn/down/soap.coverage.tar.gz), 3| & /L%
MEZRERIL.

FZ¥, ARKAGFT ENZHRNENKTFRTER., §&
FoVRFHEEREIHF5E A ELE gl 57 IHFEHBAL
H, BAABRIANETOHENBEEAARRFTAELABRAHENK
EAREBTONEREMIMY, IHEREFNHART.

FiE
55 IDFSIRE|F5 B EE AL
4
A H O
w O
R E Y
EEL Y AL
Fr &9 N &
ek PIE
R G £
10 | &HFHHK

BEZARERKSAZLAAAGF NI Fola LB EREI S
WNE Kb B3| Feb i BERER.

G B EONBEEREAZTEN. ARG OB LREHRS
ERAR, REFUPHBLERELEA A AN THBLEEERTNR
ERMEQ,

GYREKIT: HTHEBBLEEE, AFEHAEKAE 100 bp #
BOLELEFH LBITRE D, GitHEXEF okt LERF A K
BB, FURBERENTAEARAHINMLEBEEZNRAE HEEKZF
RAEE 9 b K.

2

O |0 || |N || W=
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Fud, A TFTHRLEGHRERAGIABLATEHFFHHT,
HITH A, RELWHREMEELILEIT: #F CNV, M2 4F
RE: X Fo., F4F0. EFFIRNTL. AE=ZAMREF2
FRAFHNL: £EFTHLFURELEHETY;, BEXTOIRANET
O, stk FO+NFO+ELAFTa, AP NFoREgEE LA
—AE; EEAFUZIMANTFORR, AlE LS FO+NTO+EL
0, AP NEFUAREEL A ML, XTI AAETE
B &, Pl B+ EFTHFOEAETY, AP EFHUMHBEEZRE
H#HERE3ESDEFESREONBELZRELAAN, FALFEF
BUARRESZERL—AIRL, TEFUILRAAEFTONERE, #lE
AHFUAEFHOI+ELFTY, AV EFHRUNBELZREN B mME3
ESD EREEL T RBEREREAN, FALFTEFE D REES 4
W—AVA Lk,

RE, HTFTAFBEHEURATETHEARRAE L RRXHF
CNV,

B, BHFINATUNRARBEKBSEBRRZA(Z, i ZHREK),
BT ERARBEEFENZEOGRNAFFEKEBREHNA T 2 tyn
FRBHRFHME (FAAMNAABERFRATOHE ), HAa
WERBRATORNFHBRGFEE, R 248, AR ZEE—FH
R T fe it L FRAA piUpper =P(Z>zi)#= T §& M F Fk4A piLower
=P(Z<zi), B E ) LR F= T IR, P(Z>zi) & Z X T Zi % Fe, P(Z<zi)
RILVTZiHBER, STHINMELETOHRRA, PREFE
max{ piUpper | i€ A}< (FPR/(L/)) ~(A/), RAHECEXAET ELEH;
Jv R € £ 4 max{ piLower | i€EA}< (FPR/L/MN)) ~(1/1), MAAE XA
TH%k, LF FPR (4R F) THRATALZARAGETLRBLXHR
FAEMEZ o, TR4222 FPR (BrEMHE) — B R H 4 cnv Z&H R
R A CNV 4R 8 6B A CNV &1, 11844422 FNR (1B W
ME) — BPARBARBEHAET env A E env ERHLE,; L 45
AEZARMHETEOHKD, IRBARKMHToHKE, XFFF18)
F¥F L.

RAR, R AGHARMGRARA TFEFRS, FPARZCNVH
T ek F FPR/A(LN), ZEHCETFEFH .
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B, A FHEkFEZXHFF CNV TASFiIT44R, SFEEL
Fadk X G4 #) A LR NX, {234 6 B{EZ AT & piUpper, BH 62
piLower. & FEM&H—F LR, GAFERAINSAFECNVH T,
REBE I NG R EIEMEFTORTLALEZCNY, 2E2EY
&, FPRALM)) "AMK BIERM A | 693 mm¥gintg. 4 FPR/(L/N))
AAMAE 0.5 B £ N-1 &5 F 85 ERF IR,

FARY: NEWTFINAENKET FLERATEER

A EF| A B THX AT LXHA CNV 847 R R BEIKME fa
M. BERAR AT BT — 2 iR A .

WEAFE: 1. AAFREERAFHOTORERT 10, FH K
EFREREKRF 1Ikb; 2. RAENKEFEHHBEETLREKSE
LEBEETEABKARAREONIS A 12520, FRLAFAHLER
FEE, BENFH (FL48K), SENFHLAGKBFEK
E#74%4, 4R+ T:

P-4 Bk & Fa
HENEFHLAEKE 10892 24007 34899
HENEEZFKE (bp) 176381800 447025700 623407500
HENEEFFHKE 16194 18621 17863

FxY, RALXZALRFIAENBEFEREEHBESHHER
BEFABHLERATER, AAXLAGTREHALRE Loy E
Fotkib 45 22 &, MEALALRALERFSHELALER —BGFENHKE
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