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B 5% AR R A R G (HLAE 52 32230013, 31925006, 32360120)F1 25 8 RHE T B2 ATFERIET 70 1R i L350 H (ke 5. 202001BB050058) % 1)

WE AT ENTETENE S S R B R, B & F R B 2 F AL 6 3 2248 4 Fb 2 R TR L
EXRER EAASHMEREIMERUEREEZ, FTHHZ—, ERBRTEFATACEMFINT LY, GF
ARBEFEEFEM. Z, UREFEEREN. AN ERZ LM EHTRAR. AT EREL RN
FEEAGRK, ZEAEMERELEFNE LR RNRETCEE,, AW FERGF R E R, ASCHE T % F
HEME R RBAEME RARNEREANT LT ERATHRE, FAIHBEER . BRI HE ALK
s EFHERFFEERALFNBLENE RS ERERABNR KR, ANEEBEEE R0 AERNT
MR AR £ D THRRRERS S,

Xigia EAEAEMEF, ERWER, Sy, N EHRAL

FEIE MR RSN T, A=A B 2 2R
AR, AR SR 07 A R b AR AR R B A AE (1)
BLREE, FEVPE L A 0 25 AR 2 R AR A
Sk BRI, B R AR S 2R R R4 TR L o) B i
Py RV AL S R AEMRIEAL I 2 T
Hf, B[R 41 45 #4948 5 (structural variation, SV)/& 524
P MR B B LR BN ) 2 —, e RE RS S
DRI AN [R A7 B AT 21 B R AR, n oK B P A A S
BISL. Gihn, VLAAEF#A RGN SRR EEEL
FhE AR Y. BEDR 20 45078 e AN UAT DA A i
7B Bl DUER, 3R] DL IR 4 f5 2+ (promoter) A1

A58 T (enhancer) 55 I = 4% JG 2 (cis-regulatory  ele-
ments, CREs)IJA EEIhAE, FEUHEICER Xk =
Y 73 1) 25 1) R G €0 J5 TR I8 XI5 1) 53, ddid e 3 i
P e SRR IE R [A] AR ELAE T, sz ma 0 J R A s 3R
BB RE, B BRI MR & A s, &
Gr X b, HE5 AR R 3 B SR ALE 2 A FH W, U
HEENEER T, 5B RMNESRESES
(7T H2 B L Sh2b 1 R 4 il X R AR B R 5 N R RLR
PEARBEARE™, AR5 X 1 30 3 R ok 2 B3
HEIER (W Myc, Ar, Sox9EKIfS) I RIAN, FEUE
REANYE % B RErg Y. R, JEAESR, Mok R
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VEN %55 BT R R A 25 M AR S A sh W B R PEAR B E e it e

03 J R 2 45 400 A8 AR W) o L s A R v 473 8
S A T DR A 5 A S 1 A B 2 AR AT
ol 0 52 23 VDR AT By T BR AR AR MR AL AR, 1T
HABA T Z KRS ATATSR,  angua s i fra bl &)
TG TR0 e 1,

T 35 PR A 45 K A St 5 SR IR SR IR I
AR, BT CA KR O 3 K A 852 7 S5
Ytz PR g R Bk RE, JCH Y E RS
O, A B AR S R 4 S5 A R 0%
RIS APIN SE s R G & W S U E A LTI F 1=
HRHLE MR SR BOIER PR 5 &
IV P b/ Eatyg e RN =R U RN TG s = P
B DR AH G540 28 AR A IR L8 R PRIRTE i R R A
A EEIE. AW TUR X 5 [N 4L 4540 A2 7 R
FCAGHI 52 5 BOR MW TS L, LSRN S R 2% R
Wt et AT 4338, BB R A VIR B 73
THLHR S

1 BRI SR Fieid
L1 EERASHER

AR e FECERNAZ R FER R, Rk
TR bty S [R] 2 5 ) AR S A IX 3] T BB AR SR (SNP/
SNV) AN F BEAE A B2k (Indel<50 bp) 4Rk A8 7 2
Y DR 2 5 A A S B A SO AN TR AR m ) A ]
TEREZADNA T FI LS A E AT 2 R, 25
BRI IS K T50 bp!' 'L AT AR SR A B
FNGRI,  H DR AL 4540 A8 e A 5 D 21 R i FO B ik Vs
FBI B, A 52 2 Mot o SR A i 5 K02,

SR S5 AR S (2RI 2 R 2 FE(EL), A TRT Y
GERAR A IR AR AR SR e R 20 ] B 25
A S 3 4 T 3L R 2L DN A 81 ) e i 1k T 49 - 1l
f1(DNAFFF1 & B A M4 (1 (DNAFF 41 & B K
AR IR SRR R T RS AR B BO BN AL (inver-
sion, INV). BetofA N el QLA RIDNA F B 5 1
(translocation, TRA)SIEAY; J5 35 60454 A (insertion,
INS). % (deletion, DEL)FIE & (duplication, DUP)
SERM bl NAR S R RSB P BT 20— B
R Py Bl NI e e aE N, AR 7R AR
Y5 A F B (segmental duplications, SD)7ESE R4 F 1)
fr B 3 AR 5L n] 43§ R # 5 (tandem  duplications,
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TD) A #7E % & (dispersed duplications, DD)****. J&[H
20 &5 AR S 2 o i B R RN  H RR O B DLR S
(copy number variation, CNV)"**., CNV & p 5 R 41 Kk 2E
HHON S E, WE LR kbLL IR A Kk A K
Bl 4 DUES ()38 sl o/, CNV AR AT BARY RO RIS )
gt s, RERASWEREEZART > 2
—PO bk, SR R IR S DI E AR, X
FLE R S A HR 2 AP BIUAL i W 2L -Fl A T BORT 1Y)
BEFZ(Gunction) M4 A& B 24751, IBHIE SRS
CNV I &4,
FEZH 25K 72 e (T A 2 FlbL, F2ERAEAE
2R 43 2L A3 R rh BT, (R S 40 B (U e 2 TC AR
f &)t 7T LLZEDNAME I A kA 70, e I
ISVIEEHLHIELFE LT Tt (1) JESEALEE [ [l
#H(non-allelic homologous recombination, NAHR), iX
PRI SR AEA 225y 2L o 2L 30 18] /50 FE AR [ (1 1 41
LT AR AE ), SRR AR SR AL I IR A [R5 G Ak B
RAZXARET e, 5 G751 B s .
D DA ST IS AL ) % AR T R 3 50
Beoe FEIALY, i) JERIVE R 3 24 (non-homologous
end joining, NHEJ), = DNAXUEEWT 2415 5 1 & A 45,
22 5DNAXBE W 2B E IHLH], 7658 O DNAKT
KRB EESE N AN YIRIE, B EHLH E
SRR, (i) PR S AR % (microhomol-
ogy-mediated end joining, MMEJ), /2DNAXUEE Wi &
)£ LS, MMEJH] FHDNAXUE W22 p15~25 bp
X A TDNAB K, I8 H K A ENHETH [ 5 54
P ALHI 32 BHNHI, ZALE] R KA S G AR A
HP2 (v S XA SRR e (fork  stalling and
template switching, FoSTeS), &DNAK #ilid 2 i 4
PRBE R T RN AR, R R B S LR, BIY
DNAE I FEZ Iy, wf a5 R EM R EWEIFS
FEIZHDNA 73— 7 81 X 3AH SC IR R 7, i 2= 2k
KA B a5, AR AT e 5B, ZALAl
FEAAFPY. JEAN, FoSTeSHIE Hi4r X Wiz ] LA5)|
EHFEIREN T W35 S & il (microhomology-mediated
break-induced replication, MMBIR) A&, MMBIRIH
W SEUEAMEERY; (v) 3 TEF(mobile genetic
elements, MEs), M 4 BR % a1~ B0 FE E o, o Aly,
KHERZ o 1(long  interspersed nuclear elements,
LINE1)FISVA%E A5 N FHE K 24 LR BR 2 30 T
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Figure 1 Types and Classifications of structural variations (Modified from ref.[30](Open Access))

TR, HZ 580 R TR, MEsH] DL
JREAE P47 N 1) 328 R 4L ) At i O™, L 4
5 R AR 2R bl NGRS AR 0 7RI DU Fh 45
AR R AN 24, NAHRAMEs &SV i WL kA
JE[39,40]‘

TEFERIZHS VI T AL S R, (547 & H8 2k (R 21
DNAFHI KA ) 3], FEDNA T FI T 4 AE
SIS, ARSI S (R EE S H A . NAHRAI
FoSTeS & {3 Tk i E ZEHLEI, Gt fal fr 2 59
T 2 PR S IR B s LR b A 4 5 o R A o
KIZHDNA 751 A 1) 7 b — Fh AR e 2R 8 4Rl AL ]
HDNAJFHIN— ML BB, EHHmARS — A E.
YR ZDNAJT FILE G AR rh AR A7 B, P 5 A 55
NGt AR ] 5 A3l (inter-chromosomal  translocation) F1#4%
B4 N 5 437 (intra-chromosomal  translocation). 57 &%
RN Z, FEEANAHR, NHEJRIFoSTeS%%:. &
AR EAR G ALK BN TR S, MR g g
IRBG L2 2 RSy, AT 2 0 pp 1 AR B AR

—2[45,46
;u‘[ ].

TEFE R HSVIA AR A, SRR IR —
EIDNAJTH (%% BE o) AN B B AP 5+, S35
FE R HDNABRZEEL H G 0. % Wasofh & — KT #3010
BHREL)TH), HPAEK K ESF 5 (non long
terminal repeat, non-LTR)i¥fi %% 5% 4% J8 - (retrotranspo-
sons)fE N FEHE R H A& ME— HAG [ 32 % BE e ) I %
JaE T 4N R A K AT REFLA B NAHR, MME,
MMBIRFIMEs"™, 4k A 55 5 LA 53¢ 7] B8 F) — e e [
HEEM AT, FeYe ik FIIDNAF S A B 5 2%
FEGEKI A DNAGIIEEL H b, BRI = A BpLE] 32
FANAHRFAINHEIZ . DNA T 91 A8 P46 45 5 2R A b
TR FISE N, AR — R LR R 2 4 AR
5, B —BDNAFHIERRAPHET B, E8M
PEAEHL 3 EAFENAHR, FoSTeSAIMMBIRE: P2
e, T E I AT R A IR R R T R
PITE R — 2k ge etk b, JERUTHIAIAL, ThEEAH I 1%
%, THHCEEE S EE TR R R T, ERA
TAF B G a1 SR R 41 25 M40 S g ik 2 S 8
SIS PRIR AR, BB AR (andb 3 T R
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VEN %55 BT R R A 25 M AR S A sh W B R PEAR B E e it e

FEBT) . S A BE NAR SRR (e - X i B A
A B ) BA R IIFR S A e IR (in A LA B K B

e [48~50]
=¥ .

12 EEPASHAE FARES sE

BRI 2 254078 S X — WL, AR Lk AR R 2 K
PIALEF, GnfE20tH 204, B2 S0UR I A0 A AE Gy (o
PRAEI AR R 3 P IR iksh, AR
FUIE AL AL AL 3 A7 R I G £ A S B 5 M 5] A ) 5 P
i, WTE K45 A1 (Klinefelter syndrome)™ IR (K45 &
fiF(Down syndrome)"/4. [RlIH, 45H9A8 AR B o6
. B, FE20H L T0AR, 73 TR AR A P
KEE, BRFELEPERZERZ S, FIG R BK
% 2 Z5E(amplified fragment length polymorphism,
AFLP)FI1# T2 ¥ 5l (simple sequence repeat, SSR)Z%
WABARICTT [, 4528 7 R FE IR A 42 3 &%,
HEEpEE NP E AR I, X TSR S50 F 1
AR I 5 52 A8 18 R e,

b6 I 53 BT BRI AN BT SO AN e 3, 54078 e
R EARTT M 2 2GR D). R T 428 71
For, 5 i P PR A i T 2 PR A 2R R % e A 5 A M 1)
FRG80r THOR. Gk AR 7 M SR BT 7 e vk
HH, Gt R R T AR T 22 R K B AR A R )
W, ZEARE BRI 3 EE HdE T KA KRG EIDNA P
BIAS AL F 45 F9 25 57 (>10 M) B2 11201391, i
B Lh s K 2H 24 22 (array comparative genomic hybridi-
zation, aCGH)BARIEE, 45 H 70 B CNV AL
JEA T ATRE. aCGHAXT PN A Bt ADNA 5 H 7]

F 1 RRHG AR A 1 5

BEFR S H B A% SS9 BE R AT LB BT (R 7. AHER
TR AT, M EARRHRE R T CNVAS I 43
PR (7 HE%=2 Mb), FERENHTIRKR, Wr=aiE
o RIS IOMURE HE R RS DL R I8 A 50 A A
IR B, aCGHIGIE R I )7 47 1 495 K A28 5 (181 oz
MG ALY A S TeiE e it e F1 i AR5 DU, Rk, AE
AR A, SNPEFHAR(SNP  array)iZi & &
k. SNP-array & H844 25 AR 1L IRIDNA T S E R
B b, BRI P 5 SRR, i Sy i
JAAE TG BRI M CNVAE 7). aCGHAISNP S
Jr AR () L[] A A R] DA T A ) 6 DR A 4 DL
S, (H B AERTICNV ¥ 5335 5 iy i A7 40 25 5710
T aCGHIT VL, SNPAE i HARAMUER & T Rl CNV
(K13 H22(3~5 kb), 1M HLIE e A I LSNP, R Qi
SNPi 3 ARS> H 2 A0 A S5 2 LA
Ykarray-CGHFISNP-array i R 2 Ji&5, B =il &
MF AR RS A R, A HER 2752 A (whole  gen-
ome sequencing, WGS) ) I 15 4 IR R AW FESV
AR, Hor A B PR 2 s 3 A dE AR
(next-generation sequencing, NGS)F1 =AUl /7 (third-
generation sequencing, TGS). NGS5 2 A FS VAl 4%
ARAHEEL, BADHEE . o R R 2] — Lo
AR S GBI A7 A 5 A DA S — e 3 7 B4R N SE L R SV
KRR, IRT, T AR R R, T
W EAAEF 2 EE T, SRS
W EE AR XA, (EFA ISV I 15 & Xt
IR B 2 v e >0 B 5 PacBio A | 4 843
FSE I 74 R (single molecule real time, SMRT)F

Table 1 The development history of genomic structural variation detection technologies

fmsA RSV B HlRA K
REEERRENE ARy RIS BAELNGIOMD. e
SNPAS ik ool s PRMCNUSCHACIIRES SKoL DA supampetrms
SrarsRes) s M SRS e, mn, mARAE ERKIEIE RS
emickaas) AR EROOL G R, (A (R

B E) BIELLLL BAL

B, 7 AN BT 28, A=
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2R YK FL 2 7] (oxford nanopore technologies, ONT)
4K AL 5731l P 452 R (nanopore  sequencing) 44K
R =AM FEAR(TGS) Mg, FTHBES T
MW HIF KK (>10 kb)y BLEAR 7 ZPCRY

TGCImIF L, TGSEEWRI K BT 41 A &
T HI GRS 5, g BRI BINF 5 00 5, o
*h T NGSH K BESE MR SAs I A 2220 BT
IR, 1E50~1000 bpyi A, FFH =AW A8 I 1) 45 44
AR SR H L AR £ 3~445 10 AR AR
KB RAR F AR B 7] LA A IR g Al — AR5
KRR R S5 8738 e, TR HL R AE R e (R AH 8 2
FIXIRAISVISRY 7 T WIAE — T 73 v 7L e J25 D] 20 &5
ARSI T, B EA TR =R KN F &
ONTFISMRT X} FL s £ 2 1) L ZRE AR 47 I 5 23 Bt
R, A AR 7 77 VA B8 i DR 2 v R I
T Egfr 3L R FI3'UTRALETE K 29250 bpddi AN, i —2
BT R IAZ X IR 75 e AR I 2 R B, A B
CTHVZTARE A, M H ARSI P AR T
ERIENX A X IR S5 A KT gesh, CAaHT
FUIE L =AM P B S>#r 1 O AR AN BESV
B S R, SR TSV STE U N & B i R R
R EEAEH, B BRI, ARSI
IR — 251072 302 2 NG S B A A )
(), 3FE— 20 3 M 45 K78 S ret i Bl PR 2 5 8 B, 3
— P AR K I T B AR AR A B SV R K £
o7 T i PR A A XA,

T AR A e iR Bt 1 B DR 20 45 4978 57 1)
I 2 IR AR (S (7] A R 5 R AR A
JRERFI AR Z R, B ATE M B 5 T NGSHdE 1 45
P e or I S B AT = (1) B2 U7V (read-pair,
RP), BIAR 3E XK 553 7 (paired-endsequencing, PE)3k
579 g Fl X reads (1) R 25 AN ) 5645 U8, S8 KMl P 1Y
reads 55 % BRI HBATEEXT, 7347 P readsfE S 2% 4L
[RI 20 b (R B A 7 1AM IR, 3K B A J BE B8 A7 )
&I NHAN 8 reads, PAASAE S ) 25 340 e
SVsHZRAL, AT LA dh . 4 AR B 5528 57 2R
) S5 VR R SR AE T oA R A B DA R B
X ) S5 878 e, (RIS XS 77200 bp FIDEL A I (1) 4
TR, (i) RBUFRE (read-depth, RD), &M &if &
TP 3RAG R A FE IR 2H i reads Eb X 31 2 % JE R 41 |
SRJG A BT IR BEAS 5, e a8 A s R 4 e

DX 38 PR 22 S5 AR A R 58 25 AR R R, %07 AT BA
By B RN A S 2 A S BEIR B () 7 VAR A I 45
Fe AR S5 R v i) B RN R N O ROR AR B35, RIVK
Az H A AR S DA U e R P W SR 1, T R AR S X
S0 R DU R AR, R, T
At S8 AR 1) S5 K AR S ATEVE X 43 B R R EE A
I H R BEFIWT Fr Berh R ARG A S, T AN BE A
&K A S HERR AL (i) 70587 BOT v (split-read,
SR), s&TEA LLX} 2S5 FE K H Wreads L% & —
RALEAE R, AR5 MM s AR reads 73 2 AN
B, RN B RIS R A b, il A
NP BEEEXS B S TR AL b 1 10, AT 4 i 4 g A
FHIRAL. AP ITVE R BAAE T RENE R B 21 4 A AR
SRAR S R FRAN TR EE (VI BT 267 R, (R AR Z HURP
Jrik—F, JCEEMRR T BOR L 8 HIS Vs, X SRAK
Ui, reads B, Rl HORBALT. 2T AR
FH EE Xt 3 F 4 BWA (https:/github.com/lh3/bwa) F1Bow-
tie2(https://github.com/BenLangmead/bowtie2)%s, M4k
ey A8 S5 I A DTS 70 e e L ik = e Jor B e ) —
LRI A T & 19, WIDELLY ' 2 3 FRPAISR
WIOTETT R, A & T W7 A g e e, JF o
YRR BN B, TLUMPY Y 8 Ul ) Bt R P,
SRARDIEATIA 4 B>, e TGS B #r il 444
AR S 1) J AN AREE R B, RIDRE I Fr s LS
FCRHB TR SHE IR H, T2 =
Eb X B 4F4 Minimap2(https://github.com/Ih3/mini-
map2), PBmm2(https://github.com/PacificBiosciences/
pbmm2)FINGMLR (https://github.com/philres/ngmlr) <%,
R 3 I A S W A 2 N R SR B S5 A AR S 2
R BT TGSEE 1 45 #4428 7 A T B At A st
PBSV(https://github.com/PacificBiosciences/pbsv)
Sniffles(https://github.com/fritzsedlazeck/Sniffles)&. =
AR A BB AT ) T 1) 3 vy 2 T A X el L A,
SR X 25403 e, (B AFAE R ISV 45 SR BB BA 1k
B LS U SA TG Ik 5515 S5 40, FE T AR =AX
W E i 1 95 PR 2 M Sk 2H 36 77 7% (de novo assembly)
AT TR, ZITVE R AN FANMA freads Sk 2H
PIERIH, )5 5SHIEABATHX, MmiEE
b T N Sk ZH 2 R R 2L P 5 A A S SR AR TR
TP 798, FE R AN Sk 2H 24 SEmE SR 1 B00R AN [R) 0 AR
readstb X} v, B TLHR T readsiFHS B @, 1% 572
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RS, B B RO E TR AL SRR R .
(R MR ZE BT VR B 0] i B2 52 41 DX 3 1 7 2 A
T R B B PP e BRI S AL 50k, A
TSR AR R 7 B AR TR, T M A 3
0 7325 2 H I 20 Al ) 245 ) 2 e A U e A AT HA 7
2, A B Assemblytics”!, SMARtie-SV
(https://github.com/zeeev/ smartie-sv)%ﬂMUM&CoUs]%
(32).

2 FENAL I RS S E IR R

2.1 BPALHE RS B A MRS
HYIREAEERF TR M 2R, WE 53
YIRERVER B B AT DA o, Ho AL %52
FEL B, ST R AR A A SR Y
B P AE ASNPYE NI AR AR IC R R TT, T4 T3k K 4145
WA RN EOLZEES TR ™. o
(VIR FUEE I b A PRI 21 2 7 W i IR R R 358 (K94
SEHEAR LU T H A B A R AR TR S e ) i R4 5 ) AR
S, BET N5 Btk Y D) BE B AR OC (1 & 1 454

F 2 ERAG AR TT

Table 2 Methods of detecting genomic structural variations

BUREDRRRIA, T AR B i i S 1 5. b, Jdad
XoF Al 3 5 8 e 1 C PR FTRSR CRhE F10 Ff A E [R 4. 27
FORI, ZYRANFE B A B 5 Agoutif5 5 2R
FE Rl (4sip) RGP TC ARG, 78 TS G (Le-
pus americanus)3ERHH, AsipZE RS UTRIX AF1E R
251000 bp /i A7 TR ZESR N, 18 FHEAELATHLEMN
MR CEAR BT, IA R T N A Z= A LA 3
SR K o2 RGBS, AN I R A e o
FAAEARLR IR R, /KA (Bubalus  bubalis) () Asip
BN A7 1E2809 bpULINE- 146 A, fli#5iZ 5L 4 H B
B E S T IR, TR Usip R (A & B S,
T AsipHE R 5 255 W] LA B (o R R &,
P e Y g, 58 (Nyctereutes procyonoides)H]
WEAELEHEO, FROE, GlRKEeRSEE
SRR B R ) I R AL AT LB, R R
RAMMBER Z IR R M LI 1 _EiES'UTRH
152 bpHJsk e, SEFARSRMLL, SEIRIIMelrE A K
TR G, R BR( ML AGR) A
1N, TS SRR A H Ak, Bk R
508 )P IR VIR G, FESox 103 Al 1 il
14 KbAb A7 — A 218.3 kbR B 2E, BFFTiE— Ik

WAL 2578 5 A

I B IR THAISVI s b
AT IERP): IR Wreads 55 BT RISV L 4% AT
SIEIALAT GBI A% BERRRA BRI ARR  Bk, FAL . BWATY Delly™
B, PR A Bfreads, &R, LUGEUMIIRE B 58 Bowte2”  Lumpy”
LUERAE R R HIRSVS IO BB (<200 bp)
BERIERD): HRATERAN o
reads Lot E 25w ma b omit ( EOTEIRROSORER, o BWA .
HTNGS¥R  FREARNAELXOZER o s H ) Bowtie2 Py

I HLAR /N 5 e LU Asr

Hy i A KT 5 S Vs 0 28
Y ELF BT EE(SR): FERE AR
reads 1 E — AN AL EE R, AR
JE LI A i reads 5 BRI AS  RERERE B TUSVI 1, (03 " Delly
VB B BRI SR Rk BRI A, e ﬁii’\ﬁ‘ fBIRL oA, Lumpy
FIA b, @i WS RN BT P reads i, i8R BT SVseq2!™
1|28 3 R AL 0 o 2
(& B SV
N VRS VN Y Wiﬂﬂ%ﬂ%, Efﬁ«mﬂﬁﬁ?ﬁﬂ] . [79]
. % AT PP HE L 31 2% Kk Jo L K o gt X . Minimap2
ISR o L mikosfgesvey ORIV DARRTRL Bk A B g PRSV
W7 vE S g0 reads, treads/1THE i 2 AR, gifi. HE NGMLR™ Sniffles
e 5 1R A
L ETOREOERS MRS SRR AR - sy Assemblytics™
SO RPN RS, (o O B B Mummer T gy s pie o
- FEH AL BLx IR RISV SRR R, Of HAim > P MUM&Co!™
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SEAZERIRAL SRR Sox 1 0F) R IE, FE0G P E HILRER
@7 2(Bos taurus) I IEFE R —F 5] A H S
BRMFRA, WEEE ARSI, #R
RINFCANE Jz BB 2 FEvE 5 2R R H 6 5 e fhk Jr
B ERIKic e R (11492 kb P 51 5 AL 3295 G4 (4 4K A1
B8 pesh, AR R I ek R R R S A
W BY(Zonotrichia albicollis) & FIE A ¢, Rl (1%
Ty B DR 2 1R 245 G B A b A R K B ) R G o
100 Mb), X BIALI A K B B Lyse k2 R v] B 5 1
SIS PR A £ AT € 0 o i SR € b e,

2.2 EFMHSE RS S Yk RS SR
W5

W iii PR 355 (extreme  conditions) & i [ 4RI 55 A i
BAEVITEAAE N RPARIRE, KB E R KIRMK
H BT KT R &R SRR
B2 3 S VAL 23 1 LR — B T A A R ]
T TR DR 20 245 0 7% e A AT S A i A B B () 43 1L
HIB T AT, S LAY 5 2 R 2 R VR KIS
BB TG T, A REFE L6 (Coilia  nasus)
PRV e e S R 7K€ JR R A AR R, KIRAET]
5% 5 7K 8 B PR I G AR LGO ML G22 P AFAE A
KGRI 0r, W45 Gt R B X I8k 50 Mb, 1M
FEIE R R R AR R B B WA KA, A
Jeta A X E & T SRS RS R ETE 2
ANEY I FEA R 291800/ B[], Fm i Y AR (R
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MZE L Wssh &A%, PR RAH WA 7] T)
M5 v A b TR T IR 7K Pt e o i 8 2 4 P,
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T VA Y AP A A AW i A B B ) B A R
(Bos mutus)VE AT = R ISR, BIRLE A
HERRZER, A DLLCE TR 55 A Bk Z SERHE, 18
I B ARG, SR AL 2 M B MR, R
KA WD ReSE m DL AL A 2, SRRy 5
PRIE. Gao N0t AR 1 e SR PR 58 1 AR A N 5K A
AP SRR A PR AT LU R A 22 0 fr, R
SRR A A JE DR 2 A A 67334 JE (R A7 18 B 2 R TR
Y L AR e, HR 127/ BRI L e 2 R A 0 il o 22

FRIE, WiArnt, HoxbSFIKIfSS5. @I} 52 3% £ 45
738 S5 R0 72 S 2R 005 i IR S B 1A T B 0 A R I v i
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A I R A 2 AT R O BRI, A A 28
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Z BT AE, X PR ) SO AT DA iR R A M ) e
gine ), AR THEAR S R A B &N, BT
e BRI PR LA, A B SR B N & 7K = (Bos  indi-
cus)TE N fu] PR P S LR 5 S5 AR AR OG. T
POR RS, IRk, B DR, REESE
BB AL — M ER B HH 1R fo(darkness of hair coat, DHC).
BIFFERT PR 985 7R 2 B A 2 IR 4H 0 s AR K RS 22 55 ] B
A5 WIS R AL R ) BEAASE R A o b, 25 5E
5DHCH KNV 2 4548 e, Hrp AT 135 4Lt fk 1)
AsipBE R T AFE1155 bpIBhR, BRI AT RESZI |
AsipIERRID M T T HOFHSE, TR R 31502,
T NI IR A B SR R, S0, DE IR 25 AL () FR k.
FEARIFIREE T, — SR n] ge A7 724 B, AN
T A VRS il — 5 1 UMy, R A 40 7E 4 (Bos
taurus)FE R H H & B Tas 2r463E R FP AF1E 2917 kb St
R, BN S A I8 NAH IR, 1% R K RAR AT R A BT
AR R R A A A,

N T ) T A1 BB A6 0T 30400 A 3 A 53 15 .
M Ui (Biston  betularia)ff) TV BRI T IX AN
Ta I T A S5 7 SR P A7 THD s e () R e 45 A B AR
e ), BEFT R I RO AR 1) R A B e T A )
FENA R, BRI B TC A4 N BIME R Cortex it R (1742
Z Mg B AR a0 NE T L, S ECortex K K
ARk, T TR, T g R A RO A A
IRIC B, 38 SRR AW R Bl . B4h, fEmd
WL TRt 2 A — Se3E B 02, angE 36 K1Y
Wl R, AEEASE TIIREGY ™ E 5 4L 1 i
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HEAN[FIRE B 4 DUE R R AR S, ol 0 £ i 52 B A i
NG e DR phah, A T 2 B e A R A
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aries)IIGIEAE WL IR F0 R IAL T 48 F (126 5 G
ok b Bagq BB 5E — /N & 7 R 71600 bpl#5
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AN, Bl i — IO A R iR AN S S 4R R K R
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AR AR E T, 0 H A A AR I (single-cell
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Figure 2 Summary of genome structural variations and animal complex traits
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Figure 3 The action mode of structural variations. A: The structural variations are located on the exon of genel and directly affect the protein

structure of the genes to create new functions; B: The structural variations are located in the upstream regulatory regions or introns or intergenic regions
within the genes and regulate gene expression by binding to transcription factors
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ome) e i — MU E IR A H LS B ES, BEEM
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292

Fea, JEAs N 21183352 G5 H AL 5, Hei AT 63% R Hil
WE A RARE R AL 7. 255 L DR A P 4L o o 9%
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L) 45 7 A8 S A 0 ) R R BT XTI ) A, SVs
(IR J7 4B 2 SRR 46 R A o S
K, mEARIA] R S5 A4 AR e B PR B SR I 2 A BT 4
WA SZ BN EAR. LA B 78 I 0 N & (Homo)
I N(Homo sapiens). FEJEJ&(Pongo)7n1 1& IEME
JE(Pongo abelii)Lh % FBAESE (Pan))& 1 22 A2 (Pan tro-
glodytes) ) LU EE R4 73 T A I 1778918 N s 7
PEGERAR S, IE R T N VRS 2R R TS )


https://github.com/ComparativeGenomicsToolkit/cactus
https://github.com/ComparativeGenomicsToolkit/cactus

REBNE: ARl 2024 E 54 % 2

Glgl, St3gal2“53LR 2 N5 BARIRE Z AR I R I8 2
RSP B34, B — TR FARIE T R K B AR R
Z AR AR A SR, Zhouss N KB SR (Hylo-
batidae) " ) [ B4 Ji (Nomascus  leucogenys)FI N F}
(Hominidae)H {18 N (Homo sapiens)~ BIEFE(Pan
troglodytes) KIEIE(Gorilla gorilla) 4L EIEFE(Pan-
go pygmaeus) VA SN FH Cercopithecidae) H (I 5RE (Ma-
caca mulatta) 17 2B R A LR AT, 3745158851 A
BH)Fh s 5 1 45 K 4% 53 (great-ape-specific  structural
variants, GSSVs), #t— B4 KA AR gAY X
) SR 78 S B0 B ) R R T e 5 N R Rh OBk R R 1Y
R, BES5E#HE MR AcanZERN 125581 |
160 bp )k 25 AT fig 55 N B b A 5L AR KA G BA AL
T Cmya5SE: R A1E T 11264 bp )46 N\ ] GELE N R Fh
FR R o E A A EE A .

T P R A 22 A AN, R BR 22 R A 7
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Research progresses in revealing complex traits of animals
based on genomic structural variations

WANG YaJun, WANG XiaoPing & YU Li

State Key Laboratory for Conservation and Utilization of Bio-Resources in Yunnan, School of Life Sciences, Yunnan University,
Kunming 650091, China

Animals have evolved a wide variety of phenotypic traits to adapt to their environment. Among the molecular mechanisms of trait
evolution, genomic structural variation is one of the important driving forces affecting complex traits in animals, which reflects
variability at different locations and sequences in the genome, including a wide range of variant types such as large segment balanced
variant inversions and translocations, and unbalanced variant insertions, deletions and duplications. Compared with single-base
variants and small insertion deletions, genomic structural variants affect a wider range of DNA sequences in the genome and have a
greater impact on complex traits in species. In this article, we will summarize the types of genomic structural variants and the
development history of techniques for their detections and identifications, and review the research progress on the association
between genomic structural variants and complex traits in terms of animal coat color traits, extreme environmental adaptations, and
economic traits of domesticated animals, to provide important references to analyze the molecular mechanisms of complex traits from
the perspective of genomic structural variants.

genomic structural variation, complex traits, animals, adaptive evolution

doi: 10.1360/SSV-2023-0216

299


https://doi.org/10.1016/j.cell.2015.04.004
https://doi.org/10.1016/j.gde.2016.03.008
https://doi.org/10.1038/s41467-021-25991-9
https://doi.org/10.1360/SSV-2023-0216

	基于基因组结构变异解析动物复杂性状的�研究进展
	基因组结构变异概述� 变异概述�
	基因组结构变异� 因组结构变异�
	基因组结构变异的研究历史� 异的研究历史�

	基因组结构变异与动物复杂性状的关联研究� 关联研究�
	基因组结构变异与动物毛色性状的研究� 色性状的研究�
	基因组结构变异与动物极端环境适应性状的研究� 应性状的研究�
	基因组结构变异与驯养动物复杂经济性状的研究� 济性状的研究�
	基因组结构变异的作用模式� 异的作用模式�

	小结与展望� 结与展望�


