Polymorphic Edge Detection ZTEMLNGSEEFID b DLZBUE L e mimnn

S ]

OCERREH (REUHER . F=fEh (RUHER) . REET (RFHER . THEE OKITEETFHRR) . RIIE K ITEETFHRR)

PolymorphicEdge& 1 > ZEDOX7%KEHT S -merlC & 3% 7 DiEH

WAEMT 7 4 > * > b ik(Bidirectional alignhment method) k=20 il
o s fE{5A AAATGGTACATTTATATTAT B A

%‘H'}wmwmwwammw: T T TR s mavening fren et {E14B AAATGGTACATTTATATTAC AAATGGTACATTTATATTAT D B &
LT T Ty o e & BB T
— e e fren e Name Value  AAATGGTACATTTATATTACO Ai&

Ya— b Y- FTHRDGTORKARIE A TLS HEniBae, BEROEEIES

{El{AA AAATGGTACATTTATATTA T HENP, B LD BBELR)D
R - {El{AB AAATGGTACATTTATATTA C TyUTHD,

# 1 115921403 snp A C
AAGATTTAATACTATATTTGCTTAARATATACATGTCTGTCTCCCTCTCTCTCTCTCTATATATATATATGTATATTACATAATCCACATGCTTATCACAC

PEEEEEEEEE TR e FEEEEEEEEEE e ey FECEEEEEEEEr e kmerif

AAGATTTAATACTATATTTGCTTAARATATACATGTCTGTCTCCCTCTCTCTCTCTCTCTATATATATATGTATAT TACATAATCCACATGCTTATCACAC

# 1 45545715 1 45545704 £ insertion 2 a k=20 b c
AGCCTCCTCTGTCGCCACAC TTAGCCCCTCTGGACTGIGA 5 i . Last Base
Chrl 45545715 GGTTCCTACTTCAGGGTCATARAGCCTARATAGCCCACAC.. Sorted 20-mer Count  19-mer ncooT
| GGTTCCTACTTCAGGGTCAT ARRAGATCTATGAGAAGTAG 1 AMAAGATCTATGAGAAGTA 0 0 1 0
GTTTCAGCCTCCTCTGTCGCCACACAAGGCCAACCCTGCACACACAS ATGCATTCTGCCTGITCTACATTAS TCTGGACTGIGAACCTTGA GTTCCTACTTCAGGGTCATA ARRAGATCTATGAGACAGAC 1 AAAAGATCTATGAGACAGA 0 1 0 50
R R A R N I | I [N I TTCCTACTTCAGGETCATAA ARRAGRTCTATGAGACAGAT 50
GTTTCAGCCTCCTCTGTCGCCACACAAGG CTGC: GCATTCTGCCTGTTCTACATTAGCCCCTCTGGACTGTGAACCTT TCCTACTTCAGGGTCATARA ARRAGATCTATGAGACATTT 1 ARAAGATCTATGAGACATT 0 0 0 1
Il IR E L PP T CCTACTTICAGGGTCATAARG ARARGATCTATGAGATGCAA €9 ARRAGATCTATGAGATGCA 89 0 0 0
CTGTTTCAGCCTCCTCTGTCGCCACACAAGGCCARCCCTGCACAC GCATTCTGCCTGTTCTACATTAGCCCCTCTGGACTGTGAACCTT CTACTTCAGGGTCATARAGC ARRAGATCTATGAGATGTTE 1 AAAAGATCTATGAGATGTT 0 0 1 0
| TACTTCAGGGTCATARAGCC ARRAGATCTATGAGCAARAC 49 ABAAGATCTATGAGCAARA 0 49 0 0
Chrl 45545704 ACTTCAGGGTCATARAGCCT ARRAGATCTATGAGCACTCA 46 ABAAGATCTATGAGCACTC 46 0 0 0
CTTCAGGGTCATARAGCCTA ARRAGATCTATGAGCCATCA 1 ABAAGATCTATGAGCCATC 1 0 0 0
TTCAGGGTCATARAGCCTAA ARRAGATCTATGAGTAATAT 1 ABAAGATCTATGAGTAATA 0 0 0 1

# 1 72300642 1 72346156 £ deletion -45516
AAGGGTACAAGACAAAAATA TAATCTCTTGAACCACTTIC 5
Chrl 72300642
|

ATG. T Ci T, GTT: C (T TAGT. TTAAAATTCATATTCTAAATATTAARACATAAAAACATACAAG d Control Target Last Base
FELCEUEEEEUEEEEEEEEEE PP I [N I I [ I 19-mer A C G T A C G T Cont. Targ. Genotype
ATG. T Ci GTT: \TGACTGAGAGATTATCTCAGTGGATTTGACTTAATCTCTTGAACCACTTTCTARAA AARAAGATCTATGAGACAGA 0 1 0 50 0 0 0 50 T T Wild-type
[ 1ol [ [ L EEE R E LT ARAAGATCTATGAGATGCA 89 0 0 0 1071 0 0 A A Wild-type
AGAGATTTTGTTGATTTARATGAAGTCCCAGCTTGGTAGATTTTAAGACTGAGAGATTATCTCAGTGGATTTGACTTAATCTCTTGAACCACTTTCTAARA AAAAGATCTATGAGCAAAA 0 49 0 0 1] 54 0 0 [} c Wild-type
I ARRAGATCTATGAGCACTC 46 0 0 0 40 0 38 0 A AG Heterozygous
Chrl 72346156 AATTCATTTTGIGTGGAGG 61 0 0 0 0 0 50 0 A G Homozygous

# 1197787659 1 197788857 r inversion . )

CAATGCCCCTAGARACCCCT ATCACTCTAGAATCTAAATA 5 D& IKmerE TR, Y EYIORIICSRERBTEZIOT, Y7 7L Y RY/ LAFELEVEY TOSRIRMATES
Chrl 197787659
|

TGCTACAATGCCCCTAGAAACCCCTCACAGCARAGG

CCCTCAAATTGGAGACTGGTTAGGAGCCTAGGACTGTGGATAGTGGCCTCATGCCTGAAGCCATG
FECCECECE T DT T I | ] o I DR
TGCTACAATGCCCCTAGARACCCCTCACAGCAAAGECCCTCARATGAGT TTACATCTATTGTGTCCCCARACTTTARTCACTCTAGAATCTAAATATATAG PED DTS
| e I NI s RERY —o 29— ORINT— 2 H LERBERPEA - RAZREOWELTRENRLRELET,
TTGGGGCTGGCCTGCTGCTGGGGCAGGTGTTGAGCCTGGETTT SR ATCTATTGIGTCCCCAAACTTTAATCACTCTAGAATCTARATATATAG c Y77 LY RESIHEVEND2ODY 3 — kY — FEFIEEELE L TSNPARIETE £ T (emeriE),
= e e 3
Chrl 197788857 - A—EGOEEROS A SHEEICRETEE T,
- B100kb EHBR B R EHRED EREICIZH L & ¥ (bidirectionali),
# 1 109304170 7 24551505 f translocation cKERST/ L(ALF, EFOSELBIRTEXT,
ACCATCTGACATATTAGATA TAAGATTCTCACCATTAAAA 5 R, - fERiE(bwatGATK)ICLER T, 2~ 3E % TF (bidirectionaliE),
| c LinxAEZLBENIAV E 21— X TRIFARETT,
= z = e g -
TTCTCACCATCTGACATATTAGATACTTTACTTGTTTAT TTATTGICTAGCTCCCTCCACTAGAATCTAACTTCCATGAGGGCAGTTATT TTTACCTATTT - FastqEESIT— XIS L TH—DR I U 7 FERITTBEU T, SNPE L UBEZEROREBERIBONET,
I ] 11 TR
TTCTCACCATCTGACATATTAGATACTTTACTTGTTTAT TTATTGICTAGCTCCCTCCAGTACACCTAGAAACAGT TAAGATTCTCACCATTARAAARRRA
I ] [N [ I
AAGAAGAATTCTAGAGATTGGTTGTGCAGCAATGTGAATGTACCT: TACTGAACTGTACACCTAGAAACAGTTAAGATTCTCACCATTARARARARA - = o = S
‘ K-menEIC & B F— A OEEER L ERETOSNPOIRE
Chr7 24551505 Lastbase-count Very by countngsupgortd esds
Chromosoma|  Positon (k-Demer (k=20)  Refrance SRR203GS32 SRRE036535 | Divcton SRRESGEE o) SERERGS B cance SKRZRGS? | SRRE0WS%5 | Genote
A T A R S
i 1781 COTGCOTCICGAGCACEAT | A " A ) T w o 1 m o w om0 & | 4 | w
1 ot s g se o o m o | m o 1w o % o = 1 w
\ ) dosssann ¢ dererion 1es i st < G Ao o w0 o o m o u | % | o = 1 | n
2 ee etesion -14¢ e sosinae 1 sssotss7 G . o [ R ) T T 0 T R
; b 144bp deletion i o c c o o a0 o o a0 m  w o 1w s w
PiF PIR f so03 T T o 1 s o m o o w  a  w o 3 1w  w
FELC T | ORI | f sopiai2] TCTICTGTAAGACCARART | C < ac e om0 o o s w2 | % | o | s  u | n
- + 1 ssp40i27 | TICTATACTATCICTGAAR | C c Ac o om0 o w om0 1 % | o | s | n
i ] T T fi Go0ssiss TITANCOMACAGTOGAARA | A X e o o 0w o w0 s & o 1w u W
< > 1 69350262 TAGAGGAAAATAGCAAAGG | A A 26 . 0 0 0 = o 1 0 3 z 0 B 1 H
! o 2120p f Tis20615 CTATGGCTATCACTICATG | < o o @ o o o a0 s a0 s  u | w
cax2 49330687 1 Tiszorls | CTIGTAATTARACCTCHAG | < El C e o T m o | m om0 | a | o | s | w | w
BERRIHE ALY — FHERLTOS,
35579bp deletion
vz 45 2 52558132 £ deletion -35579 P3R
onee szsezses o = o
! o D o)
Par o ctionaliE (= - s
TN N R A T S N~ Bidirectionali = & 3 CRISPR/CasofL B L -7 7 A TORR DRI
' T y Junction by 5'to 3 alignment | Junction by 3'to 5'alignment GRCm38 Target
o O T Accession T : E o o  junction
< Nl SN Chvomosome Position | Chromosome Postion we st Roi | AL | Ret | A | CoroPe Sequence between junctio
R b a95bp | ERSITAI0T | 16 551259 16 45518970 delation 632 10 1 5 3 H TCAAAACACTTCTT
B ERSIAI0B 16 502608 16 41502713 delation 106 16 1 6 3 H
ERSIA09 17 samosss 17 5471035 deletion a2 0 0 0 H o CAGA
Chr2 49334346 52522549 Chi2 49334345 ERsI4I0E 18 0793476 18 49,793,609 delation a5 1 0 6 3 H  AGGGAGAGAGGTAAGGAAGGAGGGAGG
c—h— % B BF % B BT " ERS374105 19 196045 19 11,966,089 deletion 6 11 0 5 5 H  GGCGECEGCGG
bp - - a " M ERS374108 19 50,486,921 19 50,529,041 deletion 2123 43 0 12 16 H
° priantre remanes i: croesTeTTeTs ERS374109 19 50,486,921 19 50529,041  deletion 2123 43 0 9 in H
ﬂ " | f ERS3L8 | X sals X 89,414,195 deletion 08 15 0 5 3 H  TGTGTGTGTGTGTGTGTGTGTGTGTGT
1 " \f’ ‘rl‘ |“.J‘! LN Vi ERS374104 X 9150098 X 96,150,168 | delation 8 3 0 1 7 H  TGGGGCGECCACC
J\ v R VI h‘ ‘}i ERS374105 X 98,150,099 X 98,150,174 | deletion 78 3 0 8 6 H
ERS374109 X 150103 X 98150171 deletion I 0 13 8 H  CTGCCTCCCCRAG
500> Chr2 52522540 ERS374107 X 150120 X 98,150,177 delation 0 o 12 B "
g ERSIAI0B | X 150120 X 98,150,177 delation 0 o 10 8 W GA
" n ERS374107 x 12300025 X 123662411 deletion 62172 8 1 5 4 W TTTrTTTTTTTTT
ERS374106 x rgaae X 127,841,489 deletion 5 1 5 3 H AACTTTTGGAAGTTAT
HEOBSHA—Fy bOTY AV 2y Lt T S —EEFEE
100 = |

T = e[ VT R DI FIE A N i)
BHEE/2S LN DI T A AN xS B4 TOEE T RZNAFEA VT 4 H 1 ZOXRBERORE, BIREG/ LS OBRIZTFEIHR

pi ! St . [ et o i e
bwatGATK — 5 muesuavenoms bidirectional method BAR(S v EZh)EHH T (A 2T 4 H)DRE
b i e i " L BREY, BT o 7B L BB - 7
i ar " Z /8L 712 LTI L7ENGSEERI A RB T Ly
. %, BEEAY FO— BRiEEZ—7 v ML
[E— e TBidirectionalik THEAT L. ZEREA % R L 7= R £
DEN G -RE)ZT Ay b L1, BeRElED
Bk R o R - EREOARE, ZORICKRIEICREEYT 2H
T BAEET S Ehbh B,
i X 'KH_‘Q'“MW" ‘|“ﬂr il X
B B = = - - " = = - = - perl bidirecticnal.pllfite earlymIRGSnPl.O
T3k U DRSS R DSNP(E) EASNPICH L TGATKTIE14% T - 7-4¢, PEDTIE25% CHESRIE L —5 L 7, i Z%;z@;gig:’knm IRy bobEls
RYyF2—7
/‘9\ DRRO54198 —RICENBRT o G e R e e a Ta R
200000 U\ 2 bwa+GATKIC b -
180000 “Chidirectionali% N =]
160000 F2~2.5(EREE R

140000 ICAVBTED, K- 7°I:| 7’5 .L\ l; : '6 lb E i

merEFHIAE X H D "
0000¢ ZhiiI R - Tl //gi . iomi

UUJU_J bhikdas ¥ Qk\ mer?) PLBLE [ Polymorphic edge detection (PED): two efficient methods of https //glthUb com/a kIOmea o/ped
80000 DRBELZDT, ¥ i ion from next: i ingdata

60000 GATK& V) 15 A x4 BMCBioinformatics. 2019 20(1):362.

20000 DB, * https://rdcu.be/bH7e8 = o

20000 - BEEOZALa—0

https://tos.nias.affrc.go.jp/~miyao/ngs

k-mer bidirectional

Licensed under a Creative Commons# /4. 0FFE 7 4 £~ 2
. (c)2019 E=RZEME (FLHFHAE)



