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‘Avallable data’

e Strand-Se
- Low coverage lllumina > >e

(phase3) * 10x Genomics

- High Coverage lllumina Moleculo

- PacBio * ACGH (array)

* Bionano 90x « RNA-Seq (PacBio)

* Jumping library « RNA-Seq (lllumina)



High coverage PCR free

CHS PUR
O O

HGO00512 HGO00513 HGO0731 HGO00732 NA19239 NA19238
ANPEP(HET) ANPEP(HET) ANPEP(HET) BAZ2A(HET) TDG(HOP) ATP9B(HET)
BAZ2A(HET) CBX3(HOP) BAZ2A(HET) CBX3(HET) BAZ2A(HET) BAZ2A(HET)
CBX3(HOP) GCSH(HOP) GCSH(HOP) GCSH(HOP) ATPOB(HET) CBX3(HET)
GCSH(HOP) PCMTD1(HOP) PCMTD1(HOP) HCAR2(HET) CBX3(HET) GCSH(HOP)
PCMTD1(HOP) TDG(HET) RPL36(HET) PCMTD1(HOP) GCSH(HOP) MFF(HET)
SET(HOP) HG00514 BAZ2A(HET) SET(HET) HGO00733 SKAS3(HET) MFF(HET) NA19240  PCMTD1(HOP)
SKAS(HOP) ANPEP(HET) RBMX (HET) TDG(HOP) gazoAHET) TDG(HOP) PCMTD1(HOP)  tpg(Hop) RPLPO(HET)
TDG(HOP) gazoa(HET) RALBPT (HET) SET(HET) cpxa(HET) TYROS(HET) RPLPO(HET) cpxaHET) SET(HET)
RBMX (HET) cxa(op) P4HAT (HET) RBMX (HET)  GesH(HOP) SET(HET) SET(HET) GosH(HOP) TDG(HOP)
RALBP1 (HET) GosHHop) FTHT(HET) RALBP1 (HET) peprD1(HOP) RBMX (HET) TMEMS(HET) popTD1(HOP) TMEMS(HET)
PAHAT (HET) pCMTD (HOP) PAHAT (HET)  gKA3(HET) RALBPT (HET) RBMX (HET) * RpLpoHET) RBMX (HET)
FTH(HET)  SET(HET) FTHI(HET)  Tpg(HOP) P4HAT (HET) RALBPT(HET) gerHET)  RALBP1T (HET)
SKA3(HET) RALBP1 (HET) FTHT(HET) PAHAT (HET)  gazoaHET)  P4HAT (HET)
TDG(HET) PAHAT (HET) FTHI(HET)  FrHHET)  FTHI(HET)
RBMX (HET) FTH1(HET) RALBP1 (HET)
RALBP1 (HET) | e RBMX (HET)
P4HAT (HET) PAHAT (HET)

FTH1(HET)




Breakpoint analysis

[lumina High Coverage
CBX3 inserted into chr15

chr15 40561981 0 313 CTTCGGATGTGGCTTGAGCTGTAGGCGCGGAGGGCCGGAGACGCTGCAGACCCGCGACCCGGAG
chr15 40561992 1 46 ATTTTTTTTTTTAAAGAAATATATAACTATTTATTAACCACTGTTCAGTATTTACAATAAAGTAAAC

Scale S Kb} | ha3s

chr7: 26,202, 000| 26,203, 000| 26,204, 000| 26,205, 000| 26,206, 800| 26,207, 008| 26,203, 000| 26,209, 000| 26,210, 000| 26,211, 808| 26,212, 008| 26,213, 000|
0 Your Segquence from Blat Search
1
2 I
GENCODE w22 Comprehensive Transcript Set (only Basic displaued by default)
HNRNFAZE1 CEBXS m = = ja]
] m— % B i ' Hl——

RPLPO inserted into chri1

chr11 60274156 0 6 TTTTTTTTTTTTTTTTTAAGAATTAAGCCTTTTTTTCTTTTTTTTTTAATTAAATCTGGCATAGTTGGTTATTTTTTGTGT
chr11 60274167 0 55 CTCTCGCCAGGCGTCCTCGTGGAAGTGACATCGTCTTTAAACCCTGCGTGGCAATCCCTGACGCACCGCC

Scale 1 kb} | ha3s
chri2: | 128,197, 008| 128,197,509| 126,193, 894| 128,193,508| 126,199, 898| 128,199,508| 120,200, 808| 128,200,500| 128,201, 808|
Your Sequence from Blatr Search
1 .H-O—O-Q—‘-O-O-O—Q—"

My Custom Track

Retroposed Genes V39, Including Fseudogenes
GENCODE w22 Comprehensive Transcript Set (only Basic displaded by default)

FEEE) . - - il —

Breakpoints analysis is able to identify all insertions extremities,

as well as Target Site Duplications and poly(A)s




RPLPO

Insertion Point

Scale S Kb} | hess
chrii: 66,265, 00| 66,269, 809| 66,270, 800| 66,271, 800| 68,272, 000| 66,273, 0800| 66,274, 0800| 68,275, 808| 66,276, 800| 68,277, 000| 608,273,000
User Supplied Track
User Track
Your Segquence from Blat Search
2
3
Yoursed
4
S
2 kb} | ha3s
ol 120,197,9000| 120,197,5608| 126,195,000| 126,195,5608| 126,199,0008| 126,199,5008| 126,200,0008| 126,200,508| 120,201,008| 128,2
User Supplied Track
Your Segquence from Blat Search
; 4l
[ T 113 HHHH EHH-—~HHE=——E——EI
i |]] | s=cecccceczed ||| | ile=es: |7 ===x | By T[] = | || o aaaay |
[ e D1 ; HHHHH ;
GENCODE v22 Comprehensive Transcript Set (onlu Basic displaded by default)
() e L - - - . - — CTCTCGCCA GGggCgTCCT CaGTGGAAGT GACATCGcTC TTTAAACCCT

GCGTGCAATC
ACCTGGAAGT
TCCgAAATGt
gCAGCAGATC
AAGAACACCA
GCTCTGagaA
TTCACCAAGG

ATgcagaCCC
CTGTGGAGAC
GCTaCCATCT
GCTCTCCaTG
GAGTaGGAGG
ACCAAAgcaa
AAGGCTTACT
gagcaaaagg

CCTGaACGCA
CCAACTACTT
TTTCATtGTG
CGaATGTCCC
TGATGCGCAA
AACTGCTGCC
AGGACCgtTC

ATTCTAaTCA
GGATTACACC
gGCCTTTGTG
CTGCTGCaTG
AGTCGGcacg
AcCCAACTct
TCTTTAAAAA
gaaaaaaatg

CCGCCGTGAT
CTTAAGAATC
GGAGCAGACA
tTTCGCGGGA
GGCCATCCGA
TCgttTATCC
ACTGAaGATC

TCAACaGGGT
TTCCAaATTGC
GCTGCcTGCC
CAGcCCCCAG
aAGGATATGG
agGCCAGgtT
Aaaaaaaaaa
gaaaaaaaga

GCCCAGGGAA
ATCCAACTAa
ATGTGGGCTC
AGGCctGTGGT
GGCACCTGGA
GGGGGAATGT
AGGacCATGT

AgCAAACGAG
TGAAgGTCAA
CCTGTGGCTG
CTAAGGTTGA
GATTTGTCTC
TTATTTGCAA
aaaaaacttc
agcagaacaa

GACAaGGGCG
TGGATGATTA
CAAGCAGATG
GCTGATGGGC
AAACAACCCA
GGGCTTTGTG
TGCctggcCC

TCCTCCTTGT
GGCCTTCTTG
CTGCACCACA
AGCCAAGGAA
TTGACTAAat
ACAAGAAATA
cgaaactgaa
cccaaagtgce

5050

5100
5150
5200
5250
5300
5350
5400

5850
5900
5950
6000
6050
6100
6150
6200



