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K-merfg By 22 KB REIRE AR A B 14— Kread E LR RIS EKmer D]
F|, BHHLEN-K+1ZIZERFY .
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K-mer

» KmerBEFTBUA T k~=10g(200G)/log(4), HEREH K/N<100MiE£17, <1GiE19, >1Gik21,

> WMRK-merKiE, FSBEBHK-mereERFAREILR, MMEZENREMEITREA. X9
RSAEENDTHRIES. 5—FH, BKHK-merIfl UIBS&EFKNEERE, B TXE
Z B KB A9 FEATRE S o

> BE, K-merfUiBZFSeB A15F21895F 8, X BE o] AFRRK-merfyFfKRE 02 B S5 BN E E 4,
X BN RN, EEFEANK-merKER, FEREEANNFEIENEREA
BRI TIE LA E,

> BRENHRGEE—LEEF, SITESSHK-neESHI. REXLEEFIILHE
REENSE, BARXBEEOME. Fib, 7EK-merfisk k T/ H A NEFTRTE

2 5 7T

> R ORMEEFIIR, BT MEK-merfi LT, E0 MR TR LA,
MEEAARE . BEFIIRYE, NGARZEARRE, HFEHEARNER, KL%
MR AR VAT B AT B OB A,

276 http://www.cbch.umd.edu/software/quake/fag.html
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" GenomaScope profile
on 151,975,725 unig67.9% > EEAGERAT, BTFFERAMS, BPHK-mers
R K AR 21 52 WHHTANTE, B SHEERERE, H5K-mer
- R WEHRCE, B, ZK-merfis b, TUERTALREL
o _ '?\g\ - - marpests | FREL/ 206 R I — Mg, S NEXT Y BIRR E R A2
e | R Ei MR AN %, B, K-merth% b7 FUERTH
g L 044/ ME T R B R A2 S BRI TS, S ERA
- | | NABEUBE, X MERLAR.
S — > X BERMERESNE HEUNNREREARE
12108 E | **= ERERBHTLERE, Kmerf B ILE B FHERER
| e A, RERAFHERREEN—ME.
Qe+ 000 "t $ —
o 20 40 60 80 100 120

Cowverage
HHlCoverage: K-merill [ FiRE ; Y HliFrequency: K-merfditl; WA FEkmerPIMMME; #LL EHLA LT NVR B K A kmer
(MFFEER) ;. BARELRRER RGNS kmeriE; 3 B 10 B AR 9 TR & RIE B W i B 5 s B 5



K-merpE{h & E 40 K/

IR MEMNEIEEEREY K, F8readRENINEEZBENE KA RE¥reads
EEREEAY HK-mer, B EK-mer 2 AM, BRIESEITIHREK-merfJ LR E, &
HH, BATHEERZA KN (G)

M=H=*G-K+ 1)

Hip, MRTEEFEINK-merfll&, H&RTNGEreads 193k, GRrERA
AN (KE) | KRTK-merfI K&,
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THEBEYERERAMNBIERHTERNANFINEZEEETE, BIGEEEXEE. E
SR MEMETAR, JURFEEENNFAERMNEL, FEREEIESITHHREEERHLN
EREBEEZER, RIBEEFTMRNENITE, REMENNFBEEE. BealNFBEEE D
u%&%&%%%ﬁﬁﬁ%ﬁﬁ,@ﬁ@ﬂ%ﬁﬂﬁﬁﬂ@%ioﬂ%&ﬁﬁ%égﬂigé
EHE.

LEE BRAEENREAAFFEFEFEZNFNEANTR, XURSBAEAELTERLES
HEEE, A7 BAXNEB, JUFEAKIZEK (Long Reads) MFEHA, ZNPacBio HiFl
g Oxford NanoporeilB K5, XEFARBEBR~ERKMNEK, EMTESSE—SIXEHF@EE

e KR,

ER2FY EERFIIRERNATHFENMBUSZEHBENDNAFS FKR, AERAAKIETR,
ERFIBHERRAEMER. HNEEFISESHNDM, o DUBIIN FE = ENEBIKEE
KR HETRIR

HEp iRt . BERANFRE, SHBHTERELENDT. XEREEES. ZHRES
FFol. HRREMAEFLTR MRERENERNAARER.
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H A 4HdenovoZH 3=

Yunnan Agricultural University

HEM de novo AERIERESEBREFIINERT, MIFKEPERY— N RENERAFIINITE, X MNIE
TRORFSR FIHERESIEA.

>

45

HIEMAIE: B, FENFRGNFHEATILE, 8EERERENHRE. EHELFIF. XTMUFEA—LE
T ESRERSR, fATrimmomatic., FastQCE,

FFo % 2R RANFEIETNEFII AR (reads) A¥fiek, MERBHERERNANTERY . X—FTEE
FBEAPHERM, WHiflasmZF, ENSRBEEFIINESEEBFHARMBKINESLFS] (contigs) .

KFFME: HTENAPTREFEESE FISEERENAMXE, HEEIINELFITRFATE, AT HER
XNEB, FEFMAEKNFIRMEZENERNA, XTMBTERBEEEER (

FEGE) KW, XEEREREHFHEARFINENTANEFTE.

ARIHESEIE: BIEMNARERURERERIATENTRD, EX—FTRPFENHRERATRENME L, 7
T LIS REIENGCOE. St o,

FEIENE, ERE denovo AER—NEXATERENERE, HERIINFHENRENHE. VNS 4
M. SENEREZMEZRNT W, EXFENAYT, TFEZRZRARNRENSHAS, DHKESRENARSE
.

paired-end. mate-pair reads, ¢
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= W DU -
2P | o e e e o o o e \‘AA‘\». St S— —
‘./—’,,f Target DNA segment el b contig assembiy —s — = e \D'g ndovodselquencing
e NS — = of individual genome
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= ) Sem B S e =
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- - em = = .i‘ e - - - Individual genome
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(c) 5 - B cCcore genome B variably distributed genome
ﬁ’—
m m Obtain ONT contigs Scaffold the contigs with Hi-C Map into five chromsomes
Longer reads J 1 cart .

(H)| sherencbon

Ao s ORI S
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chri W ]

Final scaffold
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(D) (Hi-C) (E) (BioNano)
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Longer-read scaffolding
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CEN18D repeat s cns 4 o EEE——
: I
=t | Close gaps Replace with PacBio HiFi contigs R SEIR RN Dl (ol
™ dl= - =
! l l | Anchor  ARENGE Anchor  Anched P
' . | ' Chetn) LS Addd Chrin) !;':'- Fs: :" ONT Tap
-( y )— -( ¥ y X l - * 1
! l l Hifigsm_conligs = ! HIFI o
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i —» & : - 3 I-Gap
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Fig. 1: Verkko assembly workflow. '"‘ b 00 Hifiasm (trio) Hifiasm {dual) Hifiasm (primary/alt)
Paternal & hap1 & Primary &
i Mati | 7 hap2 = Alt te v
| >99% identity, »10 kb i X
l TATTTTATACTCTACATGARATATCARA  Uncompressed Erroreorsotion 2 v
243 = = E 4
Compressed and Mg%C?FTWT A'ERTC& compressed ?E 40
corrected reads \ el ; 2z
— & Microsatellite Assembly =
TACTACATGATCA E 20
compressed =
Hi-C reads Assembly graph
0 e idpt dote 0 7 o= N Y
MBG , i ‘ i i ;
. Mapping Hifiasm (Hi-C) FALCON-Phase (Hi-C) HiCanu (primary/alt}
Init bl = th Tangl
l Unitigs Bubbles UL read paths gle I.CJOD 100 hapt A hapt A Primary A
O /il\‘ —\\_//— "\ Hi-C links T S hap2 ¥ hap2 v Alternate v
LA graph -)Ir.‘ >-\ / Phasing g oA
o \-’:‘,-' g
‘ Unitig partitions ‘?: G
=40
UL reads £
Graphaligner Single-copy. Two-copy, ©
/’90% identity, >100 kb]l haplotype-specific homozygous = E 20
J 1 Final assembly
— | — : . oA !
. 7 S P 0 20 40 60 80 0 20 40 60 80 0 20 40 60 80
ULA graph _/:-k % ’,/‘-L'\-.& # paternal k-mers (x10%) # paternal k-mers (x10%) # paternal k-mers (x10%)

{ o\ G, Srand e ‘ . 22. A/atu e BiOtEChI?O/OgJ/
J'I Trio, Hi-C, Strand-seq i Rukki 2 0 /
— N — Fg:1: Overview of GALA.

Haplotype g - Preparation step GALA
paths - e 4 B g

— e I b v b Mis-A bly D ion Modul Contig Clustering Module

Paternal path

Canu
Maternal contig
Haplotype i=——————————]
CONSENsUs

Paternal contig {uncompressed)

Gap-Free Ch Scaffolding Group A bly

2023.Nature Biotechnology it 10

2023.Nature Communication
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E— Sanger >1000 PIEFEREST AT, BER
F_RK Illumina <500 R, BEs HEEFRMK

F=F Bof >10K M FEFE LR F1E Indel
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Read: MFEE|AVREFS, BAEMR/NEA
Pair ends: M U 7= & BY A Xfreads
Contig: HHreadsZH#E sk Ay % E gapAIF7

Scaffold: 1@idpair ends. JeFEE(S EHEE H AcontigHEd], Ha]H gap

Coverage: BEE

N50: B—AHFIIFKENMNKEEHRF, RMEHCERMBEIT 24950 % BRI AR
contighy4< B . NS0 H = H K TE M RIIEFR

gap: & ¥EscaffoldiT 2 FRANAN
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iﬁﬁ%ﬁéﬂéﬂ%%ﬂ’x]i%ﬁ%Tﬁ@éﬂ%ﬁ%%ﬂ%%’l‘%@i%ﬁ%o UTE—&FEANERNAARTELTTE Fitts
TR
> N50: NSOE R B contigsiZBK FHEF, RINFKE MBI 2K EAI50%0 89BN contighy4E . N50
ERARTHEERTEREEKNELFIIRE,
> RA/B/contigiE: THEAEERPRERARME/N\BcontigiE, X 0] IUFEBIFIRTHIENE ERFESE M,
> ERAXNMETT BEEXNEMSEERANFAREMTE (BWE, AN) STEHNERZA R/ NMELLER
o] AT A R A SEEE M .
> Mappingi¥id:
® L EREAEMNFreadsBIERA: KRIGHIN Freads SHILERBTEEXS, AL NBEEMN—EMH., T
BinBowtie2. BWAZ O] DUHITEEXT .
® [LXJ#EKA N FreadsEEFEA: HHERE XA EFHMEMIZESM, FHminimap2,gmap,blatd.
> Reference-based#flh: FAHEMNSFZFERBFITILY, THMEEEERSSFERNEBN—BMMENAVE
Repeat 4 FRALAINAEARERTNEE RS, FHEERIEAERE,
AAERETENE . F ARG IIQUAST, MUMmMerds ik {18k Lb 3 FITE(E .
aEME AR—EM RER—HEANARNFEEEZBN—5H, AIOARNFEES. FEXE
B TR (MBACKAT) Z; SMRIIE: fEREMIS MRS TT AL, BIPCRY M. SangerllF2.
> BEFER, AEMEE—1TEZRNERE, XEE—THEESRTNEEHEEARRE. BESZ MG
FEMIERRGE T hEEERVER M. ELMHTEMN,

YV VV
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Earth Biogenome Project (EBP) 7£2021%E38 %% 7 4.0MRAMIIZE A HE XK RERERE .

Quality

Continuity

Metric
Contig (NG50)

Scaffolds (NG50)

Gaps / Gbp

Methods

Genometools segstat or eguivalent
MG50 requires a genome size estimate, obtainable
from GenomeScope, PreQC, or other tools

Structural accuracy

False duplications

Merqury

Reliable blocks

Raw data mapping + As=set + script to accumulate
desired blocks

Curation
improvements False duplication removal: purge dups
Base pair QV Marqury
Base accuracy
k-mer completeness |(Mergury

Mergury, with availability of parental / siblings /

Chromosome status

Haplot hasi Phased block (NG50
el Lk s aEat ooy ) population illumina data
Genes BUSCO
Functional - : :
completeness Transcript RMA-seq preprocessing + STAR or other dedicated
mappability transcript mappers
Assigned % Assigned during curation

Sex chromosomes

Assigned during curation

Organelles (e.g. MT)

Assigned during curation

https://www.earthbiogenome.org/assembly-standards

>

VV VY A\

A\

EZM (contiguity) © contig N50F0
scaffold N501& E|MbpZk 5!l

FRZE (errorrate) : /\F1/10000H9
IR

<5% false duplications

>90% kmer completeness

>90%EY =5 BT [ X align R RIE R B R
>90%A) B TR FER ETE B 5%
Ay, 120 BBUSCOT EE B R —
>90%%E Sk AT I mapping F & K 23
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Demension Medric Scorefor a
finished assembly
I, Contiquity NS0 Chromosomea NS0
CC ratic” 1
il Completeness Owerall completenass: K-mer-based 100%
Gene space completeness: BUSCO MNaar 100%
Tandern repeat completensass: telomeric and sublelomenc satelite 100%;
arrays, centromenc satelite amays, nbosomal DiNA, joci
Compete arganedis gencmes 100%
lil. Comactnass Base-level arror rate 0%
Structural emor: collapse, inversion, false dupication, chimenc joins 0%
V. Organeliar Contiguity: (organslls contiglionganislie genames) 1
Ced il Gompleteness 100%
Correctness: error rate 0%
V., Haterozygosity Contiguity: Phase block NSD Chromosome
NSO
Completensss 100%
Correciness: error rate 0%

Wang P, Wang F. A proposed metric set for evaluation of genome assembly quality. Trends Genet. 2023
Mar;39(3):175-186. doi: 10.1016/j.tig.2022.10.005. Epub 2022 Nov 17. PMID: 36402623.
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HEHTFE-52 84 (Completeness) @PF#2%%2
% Z?ﬁ‘éi%k?ﬂ%ifa—hé

> BUSCOEXZERFHEYR —LAFHRERIAEFEIMNEDN, ZEFRTFREEREENARBXENTEME. ERHMGE
AET, ZERXEE T EARLXENTE N, AMELLESEYERAFR KIS AERDXE,

> BERENFEL, #XANFE L

> AEFHNERAHAEFAKE L, AEFFHENREFIEEREEXYE, Bifmhl. 24, DNAXE, AL, 48
BTERREXE, ZEEEFIIXE, LEEFHEKEEFIIXE, & &Hﬂ% MERAARRZTEMEKE,

> LAL IHEERARNLAID AENSE: ()VRBLTRRERFIERESE, (B R RMA M RESREBIE TEMLTR-
RTs; (i) BENEREAHTLTR-RTER; (v)iTELAI LAl = raw LAl + 2.8138 x (94 — whole genome LTR identity)

Intact LTR retrotransposon length

100
8 —— + . Category LAI Examples
: i Draft 0=LAlI<10 Apple (v1.0), Cacao (v1.0)
o T L :
; kR .. ] E - Reference 10=LAlI<20 Arabidopsis (TAIR10), Grape (12X)

T L T ——— Gold 20 < LAl Rice (MSUvT), Maize (B73 v4)

Sequencing technigue



£ H 483 {E-BUSCO ARk

> BUSCOF B4R B DT FSFiEFIBUSCOE R, HIEERIINES (HMHLREIEE) EF
FBUSCOERIRFMNEZR R, FMERLIEESHI I EXE (PNAE. EFE. EYFE) #H7EEA
ARy, XEHEEESTEANNZOERAR, AT HEAERINTEMEFERM ., BiEFEREEAE
REIESE, BUSCOT MARBEI N Y AUAELUME B ERIR A RKER, HREXTFIZEHNREN
TEER, B2, ERFIEEZBUSCORTERIRFIMFINIENEEAMEND, TRt T S EXEHEX
HXERREAFY, BT HEEAEFRYINTEEFERM.

> FFET

o HRAFRT: T HEFHEHEL

o EHRIET: HHEEASE

Caol- TAIRID  Col-PEK  TAIR10

Mode Type NJE.I;E” Number P:iizt;m Pi;;:;nt BUSCO Completa(C) FragmentediF) Missing(M)
Complete BUSCOs () 1,603 1,603 99 4 99 3
Complete and single-copy BUSCOs (5) 1.589 1,590 98.5 98.5
Complete and duplicated BUSCOs (D) 14 13 0.9 0.8 C:B4.8%,F:7.5%,M:7.7%.n:1614 E
G Fragmented BUSCOs (F) 3 3 02 0.2
Missing BUSCOs (M) 8 8 0.4 0.5
Total BUSCO groups searched 1614 1614 10000  100.00 C:90.3%,F:4.3% M:54%,n:1614 nl
Complete BUSCOs (C) 1,608 1,607 99.6 99.6
Complete and single-copy BUSCOs (S) 904 900 56.0 558
proy, | Complete and duplicated BUSCOs (D) 704 707 43.6 438 C:97.6%.F2.0% M:0.4%n:1614
Fragmented BUSCOs (F) 1 1 0.1 0.1 .
Missing BUSCOs (M) 5 6 0.3 0.3 1 1 I
a 20 &0 L) B0 100

Total BUSCO groups searched 1.614 1,614 1 00 00 10:0.00




HHEBTEEG-EFM (Correctness)
e

> Merqury—METk-merfIERABETETE, AR ERAENRE., BEIERER
20 FreadsFrm £ k-mer SERAEERZ BESR, Merquryt] DI — RSB TE LTS
Fro XN TFILERITTE, WBUSCORFESEEMMETELEXAINEFTE, MerquryRJk-mer-
based T L A EAEBMER FRME T LR EHFHIRIN

> MerquryB9 LSt B FEHIRRE(QV). k-merRBM I ENFEMBEZERERAFS,
Merquryi® o] [ B AT E M . HAXSRET. VIBERENFRERAE A —EER
oL EH .

> MerquryIE AR RIEZ BT LLRER B X SRR FS S5 REN Freadspr = 4 A9k-merz [g]
HNEZFFIEERAZENERY., BEXFETk-merfo 7 5%, Merqurygg 9246 M H &
FAEERFPINERERFY . EEFY. BRI ERFOM, FEBRENITHEIESR.

» Merqury I BT O] AR E N ESLE RN AR HITHEL, MEEEFERALTEAENS
[REreadsf= A k-mer{E BT . XF T A T] DUBEGE X528 e V4 g, 457)&E T 38
Y BRI ERBRWUNSERFIREZESERIINDF, s, Merquryit EFTHEFENR
ERARFFAEES, oJIHEKAIIABEM —E X RS EFIER.

> BIEAME, Merqury— b A HNERAZ TG TE, BiIETk-merlID %L, &8
BIRHEER., TENERAEREHER.
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1. EEFFER-9 % Tottkd

D225 BRBELEE (tandem repeats) A1 BLFE E E F5(interspersed repeats), HAE K FEZTEs

(Transposon Element) .

> B—XBEEEHEE:. microsatellites 2 simple sequence repeats (1-6MFEAI—1NEEHEIT) H
minisatellites (10-60MEEMNKFIIA—NEELTT)

> TEsE 227028 class-1 TEsIEITRNAF S (copy and paste) HEHIHFTHEEE; class-1l TEsi@ T
DNAM S (cut and paste) #H1HIREEE. giEFR Aretroposon, [FEFRADNA transposons.

> class-| TEsHF FZEHLTR(long terminal repeat)#d i, LTREYER 5l o] s A B 4wALINRE. F3HMClass IiE
BHnon-LTR, B(E&27 72 LINEs(long interspersed nuclear elements)FISINEs(short interspersed
elements) , HPRIETJREGRIEE, FEWEE.

> class-Il TEsF DN T —F2 MITEs(miniature inverted repeat transposable elements), & T DNAf &
FER -, 1E2%IBIL copy and paste” BALHlI Sk %5 BE(Wicker et al., 2007),
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(Genome)
‘_) _

‘

Y Y
Generic .
{ LTR_FINDER } L LTRharvest } { Repeat Finder HelltronScanner}
C 5 . J
Y Y
.
{LTR_retrieverJ { TIR-Learner
- . Y '
Evaluation H Basic Filter J -L Advance Filter J
A ' - B
Y

» | Annotation

Full-length
TEs

A

.
e
Raw
library

| Y
F[nal TE - { ke }- RepeatModeIer]u { ?_fgf‘;f;’ ]-
library \
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2. EREF-EaER

promoter (j,-xon i‘ntron ExonLntron exon3 DNA > genefxiK
1 - 2 g}t Ca— | | > MRNA: ¥R%K, AZHAERT
upstream g g downstream > exon: YNBEFHAESFEMRNA
5'UTR transcription 3'UTR > UTRSMNE F RumEh o>
J , . , : 1 Primary RNA transcript > CDS: ET4NETFhEmugEssy
g g > Intron: BYENERN—EBD .
RNA splicing > GFFC {29 IUH £AUTRIG?
SUTR | 3'UTR Mature RNA > TP, UTRZEBETRERRE T
uga,uaa,uag e = ]
Translation il S— B
gff3ks | . protein ~A—

220471 220773 ; : ID=ATME00740;

X ID=ATMG00740.1;Parent=ATMG00740;

22007073 - 0 ID=start codon:ATMG00740.1:1;Parent=ATMG00740.1;

:ATMG00740.1:1; Parent=ATMG00740.1;
40.1:1;Parent=ATMG0O0740.1;

220473

on:ATMGE00210.1:1; Parent=ATMG00210.1;
0.1:1;Parent=ATMG00210.1;
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TEXBMLTON. BETERESTN. ETHEXE (EST, £K¥ERA) FUONITAE YRR TN S
BEA, FAAZEERME (Maker, EVMTEF) WHUMNERFTES.
1. ELRFUNE G GeMoMa, TEEBIEIRERMEMRIUNE . BEIROT BREXDMINIE—H

1Y) MERARS TR (>=41),

2. BTN

1) ZREXA BEEXANZITRERNEZ NS ZANERAER (BWRSTRZHEHE, IXER
BEZNTTEE) #H{THESAHAE ML S genome-guideB 3, #HHT] [ FBhisat2-

stringtie, Trinity,transdecodeZs ,

2) =RRE&KEFH., Pacbio CCSHIONT(HRE_REUBEKEFEAATHRE) . WA TUXHA
gmap,transdecode,

3. ML

1) R3E: ETERFUEFI BEAMRFS gt.ag, MNTASTPHEEERS BELEmFY,
WIBFS, EmIBFY, BNEF, EWINET. FEHNETF. ZISNEF BREXKEDM, S0&
RN BFEHE D MERNRTFKEDS

2) AT BWill%E, AENERHFEXE, BCHERYMIZE: oJRUEAENRIUN/E <A THUN
BEENER,

3) E{%:Augustus,SNAP,GlimmerHMM,GeneScan,GenelDEF.
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B AN 225 718 - MAKER

MAKER compute pipaline oulput

MY TN W WS W—— W
m—aH

gemn g intron 3-pnme UTR 1

- A .“. d “ = . haz I. i . = . = l'. -“l i

0.958Mb , 0 95M0 _ (.#ND e 0. 565ME ) 95 BMb

[— SNAP ab-initio Gene Prediction BN EST Alignment - BLASTN
L— EST Alignment - EXONERATE B Repeats

— Protein Alignment - EXONERATE mmm MAKER gene annotation
= Protein Alignment - BLASTX
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HEREFONE S -EVM

XNFENRAEFENTONNER, BEFAAREREMNERNRN, EEERAEMAMELR, E500N
& A ZEinternaldNEF . X TFAKTUNAYE S, EEWIRAIZREFRN, ERBAEMA—EX, Bt
S MELTIOM Y 25 RIZ BB IUFHSN B+ (initial,internal terminal single exon) 28R4, AF) BRBANE R
MBETES, REN—BRXBANFEIINEF (RIEFENDweight K EFHIE) #1795, REMLE
EF ARSI EEZKE — 0 HEsRKE, XM BEMeERENERLEN,
EVMAR, BEREFED AM, FEMEERERS (TERAIBMITEHITERRN) §FFERI3 XX MHHF:
1) gene_predictions.gff3:FrE MK EYTUN = 4 B o ff XX
2) protein_alignments.gff3: &4 &) RN off 314
3) transcript_alignments.gff3 : PASAZE R FHisat-StringtieZ& &R

E X

ABINITIO_PREDICTION  augustus 1
ABINITIO_PREDICTION  twinscan 1
ABINITIO_PREDICTION  glimmerHMM 1
PROTEIN spliced_protein_alignments 1
PROTEIN genewise_protein_alignments 2
TRANSCRIPT spliced_transcript_alignments 1
TRANSCRIPT PASA_transcript_assemblies 10

OTHER PREDICTION PASA transdecoder 5
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R EE
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& 5. AERIERNAFT

> ERIDRNABRIAZRAL & H FRAIRNA, B 3EmicroRNA. rRNAFItRNAZE % fi
EHIIEEMRNA, FXAEIERIBRNAN LGS S, XA T AEINEEE
FUNAE B IE4RILRNA,

> A E T Rfam&#EEH miRBase £
microRNATIN ;

> F| FHtRNAscan-SE 12 3JtRNA,

EEEFEF| A Infenal 1.1 7 47rRNAF]

sl
S

L -
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6. EEIEETE Tattss
% ZEEEYREIEESASKE

>ERVEIRNARTRMEEIIETE T THRERERREE. REHER. XF3BEHENIE. XEHTER
HEREEDENNER, FHEMATESSNAYFERE. SEERIIEYFEENRR. BIEEIR, TWKERSEMNEY
FILE. BEEURERAERKERX. XAEPTERERNELZ4AEMRESERNER, ARRNEXENFNAREHREER.

>ARLEX TR diamond(BZRIR)
>R TR EUREREN

NR: FTEEFMNER

KEGG: it

KoG: (ZEBERERRRER) BIEESETRAGZBERNANAR. RX. AREYNREBEANRRHNLKE
MER . FAKOGHIEET UNERIHTERRIREDEX, EVRER EXNERHATIE.

GO: &AWt 2. MEMENMD LMD FI8E
TrEMBL: E&FrEEMINeEERNEE Y



& 6. JEEERE-GO, KEGG

> KEGG (Kyoto Encyclopedia of Genes and Genomes) =—/N 2 EBHNEYE B FEUEEN
ST LR, KEGGIFREIENEBERT EHRFY SKECCHIEEF NI ERFITRIXNITIE,
KEGGERRRMH T EXEAREHRFINIIRER. RIFBEEMEXERAFZENE, BITK
ER=EARFY SKEGCHIEET N E FE B ITEE XY, o U AX R {H I se £ @
BEREKE S . JTRREUEEKOBAS,

> GO (Gene Ontology) =—MHATHAENNELRINEMNDERSE, RET —EREMLD
ECAE S . GOFRRBEERSEZEARFI SCONKHITREMNTE, BHMRARIERE
A== B A Thee F4E BB

> CORKRRBRER=1"TETENINEIE:

® 7 fIfigE (Molecular Function) : #HREBREDFEARLIEME. RNFMEESF M, bl
BB, BBEREE5.

® “MArEZH4> (Cellular Component) : #HEAERAREMARTINBEIRUAENAREN, Lz,
MRS,

® £4i4%E (Biological Process) . #HIAERBRZSEMNEYZIERE, bR EERRZE. E5%S5F.

=Tt
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HRE= A AENSTERRNER, SELEERARY . SREN. B

TR, SERAFFEARZNN=ZHS[EEN, REARRE R, 7=,
EHMEEFEYIIERIMEH TR,

DNA Chromatin fiber DNA loop & Compartment, Chromosome territory Lamina—associated
Chromatin/ TAD domains inside cell nucleus domain(LAD)

Znm 1Mnm MN—200 300—1700 =1um =72Hdm 300—100
nm nm n

Nucleobases

Nugcleosome, , composed of ¢ ¢ % Chromosome terrvitory
histones proteines e

) Nuclear membyrane, including
B Repressive chromatin domain, & Nucleolus
® \f ine?e [ '

-

schematic wnuclear pores
Nuclear lamina

mainly rochromatin

Active chromatin. domain,

\
I
b
Nuclear speckles 2 LAD
#  mainly euchromatin
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3C IHH 2 H B 31 B e — R DR Bl i DRI AH 5 — AN 1 B AE A IR J LT kbElEE ) L E kb2 BRI A 35 4 n] LSRASAH BAE
FHIX 3. HTS08e 75 B et o1, DRI seae =40 2 98 0y, HAa e /.

AC[H]3C— RS AL S ARSI, (HIAS Y B2 T A LR A F . EERGINT RMAPCR, KT H 75 B X — B 4
Wit s PRIy,

S5C PN K A B IR AE BLAE AR, AT LA B10Mb/K Y. HAR T A 514, H 51t HaoR B3 A

Hi-C A] LS 35 PR 4H 0k 5 DRV /K (Al , - — MR F DU I Dpn 1T (N8R R BB BITAD) . H R/ AW AT
3\: Dilution proximity ligation: ZfEANMIAZ 5 BE4T 328k In situ proximity ligation: ZfR4H M2 ATIEATACHE, In situ Hi-
CHAMEIEEZ

A N, . .
HABAT A $ AR :HiChIP.Micro-C.Ocean-C
3c ac 5C Hi-C
Biotn
Highly multiplexed
TR ey o P N N
R D H D H || ampificaton (LMA) C Dilution proximity ligation In situ proximity ligation
oo || T 5 & v e Ligation Diluted protein
| D) |y _ junction complex
— Biotin - In situ
D H D - Ay \ ,
Detect ligation \L I;Edah:gR + Chromatin g 040 (e protein
s i " complex
quantitative PCR i, Ligation s %
% <
e $ Puriy

H
Inverse High-throughput H i

PCR sequencing or

icroarmay l{
PCR and
J/ paired-ended
sequence
Microarray
sequencing

Fl1- 185 FhCHoR B 1-2 P Rl s I 5
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=t AR AR M

® MIR= (A/B Compartments) EI#RFMAXZEME (3]
MIFATAD, 1E¥IHTAD-like) HEHEIIR (loop) A
BRIXMERES .
RBEATEERSREERNT, AEZIWAEER.

® TADMEAN—NMEREEN, ENHNEFRFEHENER
T, AmMEEEABEERNERIEFFE. EHE
XA% WM — DTSN,

® INMEAIGIAEIN—FEN. B3R F - BaFIK.
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Chromosome territories
Chr1 Chr2 Chr3 Chrd
o= High
Nucleus 5
o Contact
= frequency
Q
Chromosome @
terrtory 5
=+ Low
&
Compartments

s <o >
% a0 8% ’
fohesin e
dtes Ll
L ] L J
Loop domain Loop domain Loop domain 8

Genomic coordinates

Genomic coordinates

Genomic coordinates

=
Boundary TAD Boundary

. Chr 13 }
5 ¢ 8515 8675
=




=HEFAFN

AB Compartment

s BE—FHAURCERAXENERTAH. ENFIEESREEERIRE
MHXEL, FRAA Compartment; T FV4FIEE S E AR & FORSHER, FRAB
Compartment, #EZI A,

s AR EREEESERATE, AN, ZiEA (DNAase IBRKX) |

ExoaMXENEERER, BRXE—MARRDPHNFEERXE.

« REAEHERMEZEN. LEELRMNEMENZEESE RGN
X RIIEEFRC, BIa0H3K4me3,H3K27ac, T EZMNEMENEET
Ja MR WIE ZFRICH3K27me3;

o FIREE: >30X; PR 100 kb; Dk 4E: HITC
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Eigenvector
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-
||

0.20M 10.00M 20.00M30.00M  40.00M 50.00M 60.00M 70.00M  80.00M
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TAD

Chr1:219200000-224000000bp

® iMEXLEME (TAD) 2— 1M EEBEXREKMNESMXE, 7
BHBITPEEMNLFREHEMEEX B AR, FH— Iz
KRR B AL,

® EZEMBILRBEREAENSZ T, EXRERE, tRNA,
EBEE (SINE) . EEEDRSERRERIBENMYX
5, B, BEe{1S5HEXERE XK.

® HI WA AR TADRHCTCF. AL, CTCFEIBTADIN AR K
R

® HiEE: >=50X =

® P 40kb T 2200

223.0F
222.0F
2210

220.0F

log2(interaction matrix) - Chrl Mb (resolution: 20Kb)

221.0 222.0 223.0

. ﬁ;l;):’rii,fq: Tad le’ HOM ER Chromosome Chrl Mb (resolution: 20Kb)
[ ‘ 7 B ]
0.0 2.0 4.0 6.0 8.0 10.0

® KEF WA~ 1 Mb, 7KF~60 kb
® ¥ H:MZLEh42000~5000), 7KFHE>2000%
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Loop

® IEFRINMNNE FH—PMREIEEME LRSI BRETE LEMNEEZEL (XE) —PMRE, XHEH
—X AR EMERFES TEE BB R, XTERXENMNRFRAPeak fLm, X&BRT & RER
HITFE. Peakil R AFEFIAEENN S .

RN BT/ T - B FIRBEFEEESDNAase-seq. CUT&Tag, ATAC-seqZE&1FH.
HIEE: >150X

SR 10 kb(<2 Gb:5 kb ;<0.5Gb :2 kb)

SHEE: HICCUP, FitHi-C

® K Z:>20kb( 2 MbinfE)

® B IEA F14710000~200001; 1HY): AHE

Ordinary domaln
Loop domain
190 Kb

Chr 13

CTCF anchor
1 30 Kb (arowhead indicates
/ motif onentat ion) e

U
Rao et al. A 3D map of the human genome at kilobase resolution reveals pr|nC|pIes of chromatin looping. Cell. 2014 Dec 18
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a
_FragmentA , FragmentB preE— I il |
| Sl - > A truncter;hicup |
\\l * S > . i _.'_p W— ] :
Hi-C Method > ;ﬁ ZIHE BRI HIC- R
ro -
b

D S G S > BEIE>30%

> trnuter>5%

paired end —

——
Hi-C Fragment

— 1
L) ﬁ

Valid Pairs /\ Invalid Pairs

1 pe——y { | — 1
L) — L 1
Pr— Singleton
L 1
= prrei———_ '
s = = o ] p—= === Dangling End
e T | g | Self Circle
. | Dumped Pairs
P G— — 1



Pa )L; )
a 4 (k4R 3 ) a2tk
ZEBEYARIEE SR E

® Hi-CHiEhF: KA H B2 Fa 78 O AR B = AR 5 B 1 4 B 2H 265 1) 1¥) contig/scaffold 7 21 Al 0 G (AR %0 H
(RENGLERBTT LD BRI T, FIHHI-CI P E X 28 2 51 AT Ge AR B I 4, FEAf 8 45 7 F1AE e
A b R A7 ), A R 2H 2 28 2H 2R K P BT B Ge AR KT I B R

® LUt AR IR ANHAL B A RIUR G AR TE R R L AR IR P s — N RRE X I, RN Gk EE A,
SEFERALXE (locus ) TE[[]— Gtk I o2z BAR TN [F Ge R i) 22 FAR . DRI SEE0 TR A5 4
I i) Contigs Bk Scaffolds 7y it 21| 2% YL AR FHEZH

® e ANERAElocusAIAE BEHE Slocusz [B] A% MR —HOE IR M B R EE (power law) , FEM o] A&
TR BEIEN SR ES DR EAREEF A E Contigsal Scaffolds)iUF 5 716

® ZH3E%R{HLACHESIS,3D-DNAALLHICZ, HHLACHESISHEEE LT

(a —"'F\ (b /,—\
q‘l o ,// |= //,, |=
— /

1 s : C START v ‘ END
(C . -— ) /d ) G y L : € i"f:m;-m:m\ilsRANCHEs f : .‘ A’
ST e E D] ||| L e

=) =) |eeasss d NN
\\.. TRUNK ./ / TRUNK ) AT gt Ao
REARAEFEE Ordering& A Orientation& j£

Burton et al.. Chromosome-scale scaffolding of de novo genome assemblies based on chromatin interactions. Nat Biotechnol. 2013 Dec
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e 1
) 18 log2 links
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o 8
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O F 4
o o
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O
5
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4 28
1]

1 2 3 48 6 7 89101112 13
Chromosome

Grob S, Schmid MW, Grossniklaus U. Hi-C analysis in Arabidopsis identifies the KNOT, a structure with similarities to the flamenco locus of Drosophila. Mol Cell. 2014 Sep 4
Du, et al. (2018). Resequencing of 243 diploid cotton accessions based on an updated a genome identifies the genetic basis of key agronomic traits. Mature Genetics.
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Wang et al. (2019). Reference genome sequences of two cultivated allotetraploid cottons, gossypium hirsutum and gossypium barbadense. Nature genetics, 51(2), 224.
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Lag,(N links)
- a5 5
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e L e ey
Chromosomes (HNP)

Meng, et al. (2021). The comparative integrated multi-omics analysis identifies ca2 as a novel target for chordoma. Neuro-Oncology
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1. FERILXEFHSVEMTADSLINE F FIL 15T

& Boundary
I Gene
0

Regulatory element

TAD I 1

'+ Ectopic contacts

@
E
- TAD
@
o
o
=
5
i
$
Deletion Duplication Inversion
Fused TAD e
' r ' - Shuffled TAD
s TAD TAD T 1 Shuffled TAD

vs custom genome
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1. FEHRMBXESVEMTADL I E F FIL JHT

é

¢ TAD fusion &
*
b
PRSP Bounda
% & waary &
a¥e o ofus T, i é
P g ¥ el 5
i LB A LR Q.’;‘t::':%

AT ¢ cv MIBRLMNBLZE [H] i il FITADIA 7 5 805 — A
ey Tm—— TADPY #5148 7 4 LMNBLEE [, 1T SBURA
W——Blol——8—  Awtoverdemelnans SNV B B 1 TR AN R

LMNB1 leukadystrophy

Deletions s

d TAD shuffling: gain of function

L
Boundary % dog . N s
B ¢ K d. FHEFEPHAASEDH IR 1%, FHOMR T4
‘v‘:-ﬁ:jVﬁv sl sees e

RIIEWNTE, SRR A & T8 FHFema T

L 3 s ol e 3 ]
ORI RN I~ s R K X TR 0

/'"‘"__“‘---‘l
IO O—

WNTE EPHA4

F-syndrome:
Imversion syndactyly
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gﬁékﬂLTﬁ%ﬁ%m*A#+mu RERALHEY, 877 TERANEBEF RO EERLFLR BRI
-

I
1h

: ODPA 5DPA 10 DPA 20 DPA
a D06 WA compartment @ B compartmeant 84 5 B A compartment a :
i B compartment
02 = — 6+ i o e . A N T TR gt
= it o IR o g - -.
0.2 1 i : " o ol oo G g ot
o2 b : e e i o 4
a I I ‘ 5 & 4 0 DPA :
45 I g 3 p
i B = 29.80-31.16 Mb
.04 - 2
- My | g |
2% :
004 : -
T T T T T T 1 04
5 7.5 10 125 15 175 20 225 25(Mb) 15 28 L& LG Flber development
BN e ———————— 7771174111111 1111111111111t ettt ettt b
e 0 DPA 5 DPA 10 DPA 20 DPA At subgenome 0 e
a *k
=6 i
+
=
e
B
? [ stable compartment
—2 | [ dynamic compartment
20 DPA 5 [ stable TAD
AWA&&WAWA J [ [ g dynan ::;m
/\f/[\mfj_\\ﬁy\[ IS_score i —— . i i =] dynamic loop
l Y, o T Y, % R, %, 0 787 Mb
45.50 47,66 Mb %, % kT

Pei L,etal. Dynamic 3D genome architecture of cotton fiber reveals subgenome-coordinated chromatin topology for 4-staged single-cell differentiation. Genome Biol. 2022 Feb 3;
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a - ‘o
| fof os §
® IR E S H 26T M RIS AT 4 T AR o
EHR#ATEERAXEDYT, —HEET N | Rk e
IMBEMNR, EFFEINMSATYIMEIE T A N T
X EH, il =
® SIEMMALIMLEEESHNEAEERNEK 5 g
L IKIE, fi1|h1|§ﬁ
® HTHMBEREFMRIEANER, MIREI A I e ————
R DNABS B V1N e Al = 4 B R B R R4 . e
&k, £ETRERIFLWINKIFETT b S S _ =
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® X ULLiLRIAE T RE T I AYIILIERE, ; £ e

67,20 6722 67.24 6726 G728 6730 67.32 67.34 67.36 67.38 6740 67.42Mb
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S5ERAMEFRIEMEK, L Vet -
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Wang et al. Asymmetric subgenome selection and cis-regulatory divergence during cotton domestication. Nat Genet. 2017 Apr
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