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Raw alignments and variant calls for the 90 candidate events

For each locus, the following are given: locus coordinate in GRCh37; inferred template-switch process (format
similar to Fig. le-f) ; sequencing reads for HuRef (Li and Durbin, 2011) and for NA12878 (The 1000 Genomes
Project Consortium, 2015); variation data from 1KG (The 1000 Genomes Project Consortium, 2015); and local
annotation from Ensembl (Flicek et al., 2013).

Template-switch process:
chr1:8583720-8583736

Lastz alignment:
GRCh37 TTTTCCCAGACAGG:

TAATATAGA TACATACC:

HuRef TTTTC TAATAT: TACAT.
Switch process:

F1: L TTTTCCCAGACAGGATAATATAGAAGARATACATACCAC 1

F3: 4 TATTGG: AACATAGACARATTCGACT R

RF: GARATACATACCA AAGTAACTCTAATGAGTTACTTTATTGGA AACATAGACAAATTCGACT
RR: TTCTTTATGTATGGTGIGTTCT AGATTA ATGAAATAACCTAAACTTTGTATCTGITTAAGCTGA
F2: 3 TT AGATTACTCA 2

Sequencing data:
HuRef
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Variation data:

1kG

1 rs58440383 C A NA12878=1|0 AFR_AF=0.6952 .5825
1 rs57460125 A AAT NA12878=1|0 AFR_Z .6997 .5855
Ensembl:

1 8583722 rs386628272 TCATTA AAGAAGTAACTCTAAT intron_variant

Template-switch process:

chrl:58225718-58225744
Lastz alignment:
GRCh37 TAG,
HuRef A ATAGA!

Switch process:
F1: L AGGGAATAGAAGAGGAACGGAAGGAAGCGA 1
F3: 4 CTGAAGCTCTCCATGGAGTGTTGRATGAT R

RF:  AGGGAATAGAAGAGGAACGGAAGGAAGCGATTCTCCACAAACTTCATTT Y CTCCATGGGGTGTTGAATGAT
RR:  TCCCTTATCTICTCCTTGCCTTCCTTCGCTAAGAGGTGTTTGAAGTAAACACCTCTTGA( GAGAGGTACCCCACAACTTACTA
F2: 3 AAGAGGTGTTTGAAGTAAACACCTCTT 2

Sequencing data:
HuRef
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1 58225729 rs74762553 T c AF=0.128794

1 58225730 rs76596083 G T AF=0.128794

1 58225731 rs75691220 A T AF=0.128794

1 58225732 rs78394980 A c AF=0.128794

1 58225733 rs76971668 G A AF=0.128794

Ensembl:

1 58225729 rs74762553 T c intron_variant

1 58225730 rs76596083 ¢ c T intron_variant

1 58225731 rs75691220 IS T intron_variant

1 58225732 rs78394980 IS c intron_variant

1 58225733 rs76971668 G a intron_variant

Template-switch process

chr1:68552103-68552132

Lastz alignment:

GRCh37 TAAGGAAGTTATCTTATTTATCTAAGAGCAC: T TCL T gCTCTATCACTTCTTGAGGCCAAAGATAATTTCTATGTTACT

HuRef

Switch process:

TAAGGAAGTTATCTTATTTATCTAAGAGCACAAGAGATAGAGCATTGTGGTGAAGAGT TTCTATCACTTCTTGAGGCCARAGATAATTTCTATGTTACT

4 ACTTCTTGAGGCCAAAGATAATTTCTATGITACT R

F1: L TAAGGAAGTTATCTTATTTATCTAAGAGCACAAGA 1
F3:
RF:
RR:  ATTCCTTCAATAGAATAAATAGATTCTCGTGTTCTCTATCTCGTAACACCACTTC'
F2:

Sequencing data:
HuRef

68324651
CGGACTAACT:

68324661 68324671
TTATCTTATTTATCT;

683
GAGH

3 CTATCTCGTAACACCACTTCTCAAAGATAG 2

24681 68324691 68324701

TCTTCACCAC,

68324711 68324721

TGCTCTATCAC*TTCTTGAGGCC.

TAAGGAAGTTATCTTATTTATCTAAGAGCACAAGAGATAGAGCATTGTGGTGAAGAGTTTCTATCACTTCTTGAGGCCARAGATAATTTCTATGTTACT
TCAAAGATAGTGAAGAACTCCGGTTTCTATTAAAGATACAATGA

68324731 68324741 68324751
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Variation data:

1KG:

1 68552108 rs552356439
1 68552109 rs79569951
1 68552111 rs140100186
1 68552113 rs149321676
1 68552114 rs570660174
1 68552116 rs77463498
1 68552117 rs534855882
1 68552121 rs145014576
1 68552123 rs79300084
1 68552124 rs553016656
1 68552126 rs77039059
Ensembl:

1 68552109 rs386632129
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e sesen ek kG LT, L TGGTGARGAGTT. . . . . .

A A AF=0.43111
A c AF=0.43111
c T AF=0.43111
c G AF=0.431909
T TGG AF=0.43111
c G AF=0.428914
acc A AF=0.43111
c G AF=0.43111
n G AF=0.435304
6 T AF=0.43111
c T AF=0.428914
AACTCTTCACCACAATGC ~GCATTGTGGTGAAGAGTT

_AF=0.5533
AMR_AF=0.5562

intron_variant

EAS_AF=0.4067
EAS_AF=0.4067
EAS_AF=0.4067
EAS_AF=0.4067

A
EAS_AF=0.4077  EUR_AF=0.672

Template-switch process
chr1:154541522-154541545

Lastz alignment:

GRCh37 ACACAT: TTTCTCCTCAATCGGC]

HuRef ACACAT: TTTCTCCTCAATCGGC

TGTGGGTGA-ACGACAATTG, i

Switch process:

TGTGtGTGYt ggGACA---CAAAL AACTgGGACARATAACTGTTCACCTTCACTGCCCTGCTARACCTC
— TGTTCACCTTCACTGCCCTGCTARACCTC

F3:

3 GT

Sequencing data

HuRef

GTCAATARACACAGGGTGGTGTGTATGTGAAAGAGGAGTTA
CAATAAACACAGGGTGGTGTGT 2

L ACACATACACTTTCTCCTCAATCGGCAGGAGAAAGGATG 1

CAGTTATTTGTGTCCCACCACACATACACTTTCTCCTCAATCGGCAGGAGAAAGGATGTGGGTGAACGACAATTGAAAAAACGGACARATAACTGTTCACCTTCACTGCCCTGCTARA

4 GGACAAATAACTGTTCACCTTCACTGCCCTGCTARACCIC R
ccTe

152808101 152808111 152808121 152808131 152808141 152808151

ccACC

TTTCTCCTCAATCGGE,

K

GTCCTCTTTCCTACACCCACTT!

T

152808161 152808171 152808181
TGTGTGTGETGGGACA * « CARATAACTGGGACARATAACTGTTC*ACCTTCACTGCCCTGCTARACCTCCC

TTAACTTTTTTGCCTGTTTATTGACAAGTGGAAGTGACGGGACGATTTGGAG

152808191 152808201
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TGTGTCCCACC: T TTTCTCCTCAATCGGE, TGTGTGTGGT CACARAT. TAACTGTTCACCTTCACTGCCCTGCTARACCTCCCTTGA
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Variation data:

Template-switch process
chr1:165419825-165419848

Lastz alignment:
GRCh37 GAGGGACTGAAGTCAGTGCATCCGAGAAGCT-GGGGGGTAAGaATGTTCAGATCT-CCCATGTGAGGTGGTCTGGCCATCTAR
HuRef GAGGGACTGAAGTCAGTGCATCCGAGAAGCTGGGGGGGTARAGATGTTCAGATCTCCCCATGTGAGGTGGTCTGGCCATCTAR

Switch process:
F1: L GAGGGACTGAAGTCAGTGCATCCGAGAAGCTGGGGGG 1
F3: 4 GAGGTGGTCTGGCCATCTAA R

RF:  GAGGGACTGAAGTCAGTGCATCCGAGAAGCTGGGGGGGTARAGATGTTCAGATCTCCCCATGTGAGGTGGTCTGGCCATCTAACATGAGCCATCTGACACAGTCGGGCCATCTAACATGGGAGATCTGAACCATCTAACATGGGAGGTCTAACCATGGTCTGGCCATCTAACATGGGAGCTCTGAACATTCTTA
RR:  CTCCCTGACTTCAGTCACGTAGGCTCTTCGACCCCCCCATTTCTACAAGTCTAGAGGGGTACACTCCACCAGACCGGTAGATTGTACTCGGTAGACTGTGTCAGCCCGGTAGATTGTACCCTCTAGACTTGGTAGATTGTACCCTCCAGATTGGTACCAGACCGGTAGATTGTACCCTCGAGACTTGTAAGAAT

F2:

Sequencing data:
HuRef

163686401 163686411 163686421 163686431 163686441 163686451 163686461 163686471 163686481 163686491 163686501
AACAGCCCTGAGGAGGGACTGAAGTCAGTGCATCCGAGAAGCTGGGGGGTxxAAGAATGTTCAGATCTrCCCATGTGAGGTGGTCTGGCCATCTAACATGAGCCATCTGACACAGTC~GG
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GCCCT TGAAGTCAGTGCATCCGAG T T, TGTTCAGATCTCCCATGTGAGGTGGTCTGGCCATCTARCATGAGCCATCTGACACAGTCGGGCCA
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variation data:

Template-switch process
chr1:177614385-177614422

Lastz alignment:
GRCh37 GGATCAGTTGAATACTGTGTGGGGTATAG! TTTGACttgtgtttatttGtTcCTTEARGaAGC—

HuRef GGATCAGTTGAATACTGTGTGGGGTATAGARAGCACTTTGA- --GCTTCTT. TAAACACAAGTC TACAAAATGATTGTTTGAATCCCTGGA
Switch process:

F1: L GGATCAGTTGAATACTGTGTGGGGTATAGARAGCAC 1

F3: 4 CACAAAACTACARAATGATTGTTTGAATCCCTGGA R

RF:  GGATCAGTTGAATACTGTGT TATAG] TTTGAGCTTCTTAAAGGAACAAAT: T CAC: CTAC. TGATTGTTTGAATCCCTGGA

RR:  CCTAGTCAACTTATGACACACCCCATATCTTTCGTGAAACTCGAAGAATTTCCTTGTTTATTTGTGTTCAGTTTGTGTTTTGATGTTTTACTAACAAACTTAGGGACCT

F2: 3 AAACTCGAAGAATTTCCTTGTTTATTTGTGTTCAGTTT 2

Sequencing data:
HuRef

175880961 175880971 175880981 175880991 175881001 175881011 175881021 175881031 175881041 175881051 17588106
GACAAAACACA*GGATCAGTTGAATACTGTGTGGGGTATAGARAGCACTTTGA*CTTGTGTTTATTTGTTCCTTTA * « AGAAGCTCAARCACAARACTAC + ARAATGATT *GTTTGAAT
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177614341 177614351 177614361 177614371 177614381 177614391 177614401 177614411 177614421 177614431

GACAAAACACAGGATCAGTTGAATACTGTGTGGGGTATAGAAAGCACTTTGACTTGTGTTTATTTGTTCCTTTAAG # % # # %  # &+ + + x AAGCTCAAACACAAAACTACAAAATGATT
A
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3 TGTACCCTCTAGACTTGTAAGAAT 2
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Variation data:

1kG:
1 177614389 rs61538315 a a6 NA12878=1]1 AF=0.826677 AFR_AF=0.8343  AMR_AF=0.7061 EAS_AF=0.8819 EUR_AF=0.8638  SAS_AF=0.8067
Ensembl:

1 177614390 rs386637069 CTTGIGTTTATTTGTTCCTTTAAGAAGC ~GCTTCTTAAAGGAACAAATAAACACAAG intergenic_variant

Template-switch process
chr1:194728601-194728642
Lastz alignment:

GRCh37 CTTAAGAGATATTTATTGTAAAGATTCACAGAAAGATAAGG-gAAATAGG-AATAagTTtCCATAGCTACACAATCATAATCAaACATAGTGTTCAGAAT-AAACATTAACCT
HuRef CTTAAGAGATATTTATTGTAAAGATTCACAG T TAGGAAATAGATTGCTATAGGTACACTATCATAATCAGACATAGTGTT i CATTAACCT

Switch process:

L CTTAAGAGATATTTATTGTAAAGATTCACAGAAAGATAAG 1

4 ACATAGTGTTCAGAAT-AAACATTAACCT R
GTT! T

CTTARGAGATATTTATTGTAAAGATTCACAG T TAGGAAATAGATTGCTATAGGTACACTATCATAATCAGACAT CATTAACCTTATTT! TAATTTGTGCTTGAGTATGATTGTGTAGCTATGAARACTTATTCCTATTTCC
GAATTCTCTATAAATAACATTTCTAAGTGTCTTTCTATTCCTTTTTATCCTTTATCTAACGATATCCATGTGATAGTATTAGTCTGTATCACAAGTCTTATTTTGTAATTGGAATARACTGGTTTTTATTAAACACGAACTCATACTAACACATCGATACTTTTGAATARGGATARAGG
TCGATACCTTTG 2

Sequencing data:

HuRef

192995181 192995191 192995201 192995211 192995221 192995231 192995241 192995251 192995261 192995271
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NA12878

194728551 194728561 194728571 194728581 194728591 194728601 194728611 194728621 194728631 194728641 194728651
CAGAAGGATTTCTTAAGAGATATTTATTGTAAAGATTCACAGAAAGATAAGGGAAATAGGAATAAGT TTCCATAGCTACACAATCATAATCARACATAGTGT TCAGAATAAACATTAACC
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Variation data:

Template-switch process:

chr1:248817975-248818001
Lastz alignment:

GRCh37 TTCCTCCCCAGCAGTATTTTCACATGAAGTGTCACTTCTAG-------AaAAtgGCttTTcTtccacaaCTAAAGTAAAATCACTTGGGGAATCTTTAGAACGATAGAG
HuRef TTCCTCCCCAGCAGTATTTTCACATGAAGTGTCACTTCTAGTTGTGGAAGAAAAGCCATTTT-— TAAAGTAAAATCACTTGGGGAATCTTTAGAACGATAGAG

switch process:

Fl: L TTCCTCCCCAGCAGTATTTTCACATGAAGTGICACTTC 1

F3: 4 ARAGTARAATCACTTGGGGAATCTTTAGAACGATAGAG R
RF:  TTCCTCCCCAGCAGTATTTTCACATGAAGTGICACTTCTAGTTGTGGAAGAAAAGCCATTTTCTARAGTAARATCACTTGGGGAATCTTTAGAACGATAGAG
RR:  AAGGAGGGGTCGTCATAAAAGTGTACTTCACAGTGAAGATCAACACCTTCTTTTCGGTAARAGATTTCATTTTAGTGAACCCCTTAGARATCTTGCTATCTC
F2: 3 ATCAACACCTTCTTTTCGGTAARAGAT 2

Sequencing data:
HuRef

246884551 246884561 246884571 246884581 246884591 246884601 246884611 246884621 246884631 246884641 246884651
ATTCATTATGTTTCCTCCCCAGCAGTATTTTCACATGAAGTGTCACTTCTAGH * #  «  * AAAATGGCTTTTCTTCCACAACTAAAGTAARATCACTTGGGGAATCTTTAGAACGATAGAG
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248817931 248817941 248817951 248817961 248817971 248817981 248817991 248818001 248818011 248818021
ATTCATTATGTTTCCTCCCCAGCAGTATTTTCACATGAAGTGTCACTTCT * % # # #  + + * AGAARATGGC  + TTTTCTTCCACAACTAAAGTARAATCACT TGGGGAATCTTTAGAACGAT
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Variation data:
1KkG:

Ensembl:
1 248817978 rs753404875 BRRATGGCTTTTCTTCCACAA  TTGTGGAAGAARAGCCATTTT upstream_gene_variant

Template-switch process
chr2:44545734-44545772
Lastz alignment:

GRCh37 ACATATCACCARACTGTGT. TATAT! TATGaaatgATAcattCtGtgccTATgcaaaCATATGATACATTAAAAACAAAAGAACATATAGTGCCTGT
HuRef ACATATCACCAACTGTGT) TATAT; TATGTTTGCATAGGCACAGAATGTATCATTTCATATGATACATTARARACARRAGAACATATAGTGCCTGT

Switch process:
Fl: L ACATATCACCAACTGTGTAAAGAAAAATATATAAA 1

F3: 4 ATACATTAARRACARAAGAACATATAGIGCCIGT R
RE: ACATATCACCAACTGTGTAAAGAAAAATATATAAACATATGTTTGCATAGGCACAGAATGTATCATTTCATATGATACATTAAAAACAAAAGAACATATAGTGCCTGT
RR:  TGTATAGTGGTTGACACATTTCTTTTTATATATTTGTAT. GTCTTACATAGT. TATACTATGTAATTTTTGTTTTCTTGTATATCACGGACA
F2: 3 GTAT. GTATCCGTGTCTT CATAGT: TATAC 2

Sequencing data:
HuRef
44399201 44399211 44399221 44399231 44399241 44399251 44399261 44399271 44399281 44399291

ATAGAATGGT: TATCACCAACTGTGT; TATAT. TATGAAATGATACATTCTG*+ TGCCTAT TATGATACATT. TATAGTGCCT
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LTTTGC. . .GGCA.A. **+BATG. . . .
s cTeeTer. W W7 Y. R Yo7 ¥

NA12878

44545691 44545701 44545711 44545721 44545731 44545741 44545751 44545761 44545771 44545781
ATAGAATGGT TATCACCAACTGIGT: TATAT. TATGAAATGATACATTCTGTGCCTATGCARRR * % %%+ +#+**CATATGATACATTAAAAACAAAAGAACA
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Variation data:

1kG
2 44545737 rs552267189 a ATGTT AF=0.673722 EAS_AF=0.3214
2 44545740 rs368481611 A c AF=0.673722 EAS_AF=0.3214
2 44545741 rs373223610 A T AF=0.627396 EAS_AF=0.2738 _ _
2 44545743 rs562946663 T TA NA12878=111 AF=0.673722 AMR_AF=0.6729  EAS_AF=0.3214 EUR_AF=0.7803 SAS _AF=0.682
2 44545745 rs554295628 A G NA12878=111 AF=0.673722 AMR_AF=0.6729  EAS_AF=0.3214 . 7803 _AF=0.682
2 44545746 rs577557189 T c NA12878=111 AF=0.673722 AMR_AF=0.6729  EAS_AF=0.3214  EUR_AF=0.7803 SAS AF=0.682
2 44545750 rs546400916 T G AF=0.673722 EAS_AF=0.3214 .7803
2 44545752 rs563233000 c A AF=0.673722 EAS_AF=0.3214 .7803
2 44545753 rs377406057 T A AF=0.625599 EAS_AF=0.2738 7366
2 44545754 rs530704788 GrecC G NA12878=1]1 AF=0.673722 EAS_AF=0.3214 7803
Ensembl:
44545740 rs71416108 AAATGATACATTCTGTGCCTATGCARA TTTGCATAGGCACAGAATGTATCATTT 3_prime UTR variant
Template-switch process
chr2:87072742-87072759
Lastz alignment:
GRCh37 TTCATTTT! TTTAATAACATACATAAAATATtARATAQGTAAATaCAGCCAACTGCTGCATTTACTTTATAATATTCAA
HuRef TTCATTTT! TTTAATAACATACATAAAATAT-ARATAGGTAAATCCAGCCAACTGCTGCATTTACTTTATAATATTCAA
Switch process:
F1: L TTCATTTTGAAGCACATTTAATAACATA 1
F3: 4 TAAATACAGCCAACTGCTGCATTTACTTTATAATATTCAATTAGCT
RF:  TTCATTTT! TTTAATAACATACATAAAATATARATAGGTAAATCCAGCC] FTGCTGCATTTACTTTATAATATTCAATTAGCTGTATTCGCTTATTTAATATTTTATGCATGTTATTAAATGTGTTTCAAAATATTTTACCAATGAGTTCCTTCCTTGATCGAGAGAGTTTGCAAACCACTGAAATTTATGGGTTTCTTAGAATGGGGTACATGGGCCCC

RR:  AAGTAAAACTICGTGTAAATTATTGTATGTATTTTATATTTATCCATTTAGGTCGGTTGACGACGTAAATGAAATATTATAAGTTAATCGACATAAGCGAATAAATTAT!

TACAC;

GTTT

T

TGGTTACTC;

F2: 3 GAATAAATTATARAATAC 2

Sequencing data:
HuRef

86926211 86926221 86926231 86926241 86926251 86926261 86926271 86926281 86926291 86926301 86926311
CACCCAACTTACTTTTCATTTT CACA*TTTAAT. TACA+TAAAATATTAAATAAGTAAAT. CAACTGCTGCATTTACTTTATAATATTCAATTAGCTGTATTCGCTTAT

[T
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NA12878

87072701 87072711 87072721 87072731 87072741 87072751 87072761 87072771 87072781 87072791 87072801
CACCCAACTTACTTTTCATTTTGAAGCACATTTAATAACATACAT. TATTAAAT; ¥ TGCTGCATTTACTTTATAATATTCAATTAGCTGTATTCGCTTATTT
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TAGCTCTCTCAAACGTTTGGTGACTTTARATACCCAAAGAATCTTACCCCATGTACCCGGGG
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Variation data:

Template-switch process:

chr2:113399116-113399133

Lastz alignment:

GRCh37 TCAACCAGTCTCCATATCAGGGCTTGGCTGTCTGGGTGCTTtCAAGCACCCTTCCCCCACCEGGAT GCATCCCTTGGA
HuRef TCAACCAGTCTCCATATCAGGGCTTGGCTGTCTGGGTGCTT! GCACCCTTCCCCC T GCATCCCTTGG!

Switch process:
Fl: L TCAACCAGTCTCCATATCAGGGCTTGGCTGTCT 1

F3: 4 TTCCCCCACCTGGATCCCAAGCATCCCTTGGA R
RF:  TCAACCAGTCTCCATATCA( TTGGCTGTCTGGGTGCTTGARAGCACCCTTCCCCCACCCGGATCCCARGCATCCCTTGGA
RR:  AGTTGGT: TATAGTCCCGAACCGACAG GAACTTTCGT T TTCGTAGGGAACCT
F2: 3 CCCACGAACTTTCGTGGG 2

Sequencing data:
HuRef
113115551 113115561 113115571 113115581 113115591 113115601 113115611 113115621 113115631 113115641

CACAACCAG*TCTCAACCAGTCTCC*ATATCAGGGCTTGGC *TGTCTGGGTGCTTT « CARGCACCCH T TGGATCCCAAGCATCCCTTGGACTCTGCCAGGACAGAGCC:
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NA12878

113399081 113399091 113399101 113399111 113399121 113399131 113399141 113399151 113399161 113399171 113399181
CACAACCAGTCTCAACCAGTCTCCATATCAGGGCTTGGCTGTCTGGGTGCTTTCAAGCACCCTTCC TGGATCCCAAGCATCCCTTGGACTCTGCCAGGACAGAGCCACAGATGC
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Variation data:

1kG:
2 113399124 rs6542072 T G NA12878=1]1 AF=0.809704 AFR_AF=0.5514  AMR_AF=0.9006  EAS_AF=0.997 EUR_AF=0.831 SAS_AF=0.8793
2 113399125 rs6542073 c A NA12878=1(1 AF=0.809704 AFR_AF=0.5514  AMR_A EAS_AF=0.997 EUR_AF=0.831

Ensembl:
2 113399124 rs386649241 C Ga upstream_gene_variant

Template-switch process
chr2:141481114-141481130
Lastz alignment:

GRCh37 AcATTIcTccGTTTTTATcATTGTcATAGccAIAchATTTaaattatGtTAgCATAAIIIAAAGGGGAATATTAGGGATATGAGAAGAGTGA
HuRef ACATTTCTCCGTTTTTATCATTGTCATAGCCATATCCATTT—

Switch process:
F1: L ACATTTCTCCGITTTTATCATTGTCATAGCCATATCCA 1

F3: 4 TAATTT: TATT. TAT TGA R
RF:  ACATTTCTCCGTTTTTATCATTGTCATAGCCATATCCATTTGCT: TAATTT: TATT. TAT TGA
RR:  TGT; TAGTAACAGTATCGGTATAGGT: GATTGTATTAAATTTCCCCTTATAATCCCTATACTCTTCTCACT

F2: 3 ACGATTGTATTAAATTT 2

Sequencing data:

HuRef
141197541 141197551 141197561 141197571 141197581 141197591 141197601 141197611 141197621 141197631 141197641
GGGAA*GGGAACACATTTCTCCGTTTTTATCATTGTCATAGCCATATCCATTTARATTATGT TAGCATAARTTT, TATTAGGGATAT TGAGATGAACTAAGGAG
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NA12878

141481071 141481081 141481091 141481101 141481111 141481121 141481131 141481141 141481151 141481161 141481171

GGGAAGGGAACACATTTCTCCGTTTTTATCATTGTCATAGCCATATCCATTTAAATTATGTTAGCATAATTT TATTAGGGATAT TGAGATGAACTAAGGAGCT
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Variation data:

1KG:
2 141481115 rs5834771 TTARATTA T NA12878=111 AF=0.838259 AFR_AF=0.761 AMR_AF=0.8386  EAS_AF=0.9415 EUR_AF=0.8678  SAS_AF=0.8057
2 141481125 rs5028533 c NA12878=111 AF=0.838259 _ AMR_AF=0.8386  EAS_AF=0.9415
2 141481128 rs5028532 G A NA12878=1]1 AF=0.838259 AMR_AF=0.8386  EAS_AF=0.9415
Ensembl:
2 141481117 rs71396232 AAATTATGTTAG GCTAA intron_variant
Template-switch process
chr2:147332910-147332928
Lastz alignment:
GRCh37 TAACCCTATTTTARATGCACTTACTTTTAAGATCTATTTAT--GCtGG——— ~TCTCCCAGCATAAATAGATAGATARAT
HuRef TAACCCTATTTTARATGCACTTACTTTTAAGATCTATTTATT TTCT TAAATAGATAGATAAAT.
Switch process:
F1: L TAACCCTATTTTAAATGCACTTACTTTTAAG 1
F3: 4 GGCACC-TCTCCCAGCATAAATAGATAGATARATAR R
RF:  TAACCCTATTTTAAATGCACTTACTTTTAAGATCTATTTATT TICT
RR:  ATTGGGATAAAATTTACGTGAATGAAAATTCTAGATAAATAACCGCCCCCTCTCTCCGTGGAAGAGGGTCGTATTTATCTATCTATTTATT
F2: 3 AGAGGGTCGTATTTATCTA 2
Sequencing data:
HuRef
147049341 147049351 147049361 147049371 147049381 147049391 147049401 147049411 147049421

TAGATARAT;

A s R R e R e L T P T L=C PR

NA12878
147332871 147332881 147332891 147332901 147332911 147332921 147332931 147332941 147332951 147332961 147332971
AGATGATTCATTAARCCCTATTTTAAATGCACTTACTTTTAAGATCTATTTATGCT! TCTCC TAAATAGATAGATARAT; CATTTCTTTTTCAGTTCT
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Variation data:

Template-switch process
chr2:177656645-177656662

Lastz alignment:
GRCh37 TGGGGATGGTGGACAGGGAGTGAATATTTGCTAAATGATAGat TAGaCTATCACAATGCTCAAGCTCTAACTTAAATGGTCAGTAAA
HuRef TGGGGATGGTGGACAGGGAGTGAATATTTGCTAAATGATAGTCTAATCTATCACAATGCTCAAGCTCTAACTTAAATGGTCAGTARA

Switch process:
Fl: L TGGGGATGGTGGACAGGGAGTGAATATTTGCTAAA 1

F3: 4 CAATGCTCAAGCTCTAACTTAAATGGTCAGTAAA R
RF:  TGGGGATGGTGGACAGGGAGTGAATATTTGCTAAATGATAGTCTAATCTATCACAATGCTCAAGCTCTAACTTAAATGGTCAGTAAA
RR:  ACCCCTACCACCTGICCCTCACTTATAAACGATTTACTATCAGATTAGATAGTGTTACGAGTTCGAGATTGAATTTACCAGICATTT
F2: 3 ACTATCAGATTAGATAGT 2

Sequencing data:
HuRef

177364851 177364861 177364871 177364881 177364891 177364901 177364911 177364921 177364931 177364941 177364951
GGGGCGGGARTTGGGGATGGTGGACAGEG *AGTGAATATTTGCTARATGATAGAT TAGACTATCACAATGCTCAAGCTCTAACT TARATGGTCAGTARA CARGTATCARATGTAGTCA
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NA12878

177656601 177656611 177656621 177656631 177656641 177656651 177656661 177656671 177656681 177656691 177656701
GGGGCGGGAATTGGGGATGGTGGACAGGGAGTGAATATTTGCTAAATGATAGAT TAGACTATCACAATGCTCAAGCTCTAACT TAAATGGTCAGTAAACAAGTATCAAATGTAGTCAAGA
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Variation data:

1kG:

2 177656651 rs77039132 B T 0 AF=0.259784 EAS_AF=0.002
2 177656652 rs77729341 T c 0 AF=0.259784 EAS_AF=0.002
2 177656655 rs78563133 G A 0 AF=0.259984 EAS_AF=0.002
2 177656656 rs79409287 A T 0 AF=0.259984 EAS_AF=0.002
Ensembl:

2 177656651 rs77039132 a T intron_variant



2 177656652 rs77729341 T c intron_variant
2 177656655 rs78563133 G a intron_variant
2 177656656 rs79409287 n T intron_variant

Template-switch process
chr2:192808311-192808331

Lastz alignment:
GRCh37 TAACTTCAGCTCAGGTAATGGGTAGCAGCTATTTGTATATTaCTTaAAGGAALgTACATGATTTTTTTACATTATTTTTAATTATTCAATTTTA
HuRef TAACTTCAGCTCAGGTAATGGGTAGCAGCTATTTGTATATTCCTTTAAGTAA--TACATGATTTTTTTACATTATTTTTAATTATTCAATTTTA

Switch process:
F1: L TAACTTCAGCTCAGGTAATGGGTAGCAGCTATTTGTA 1
F3: 4 TGATTTTTTTACATTATTTTTAATTATTCAATTTTA R
RF:  TAACTTCAGCTCAGGTAATGGGTAGCAGCTATTTGTATATTCCTTTAAGTAATACATGATTTTTTTACATTATTTTTAATTATTCAATTTTA
ATTGAAGTCGAGTCCATTACCCATCGTCGATAAACATATAAGGAAATTCATTATGTACTAAAAAAATGTAATAAAAATTAATAAGT TARAAT

3 ACATGTAAGGARATTCATTAT 2

Sequencing data:

HuRef

192516511 192516521 192516531 192516541 192516551 192516561 192516571 192516581 192516591 192516601 192516611
TTTGTATTAGCTAACTTCAGCTCAGGTAAT »GGGTAGCAGCTATTTGTATATTACTTAAAGGAATGTACATGATTTTTTTACATTATTTTTAATTATTCAATTTTAT +GTTGTGTTTAGG
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NA12878

192808271 192808281 192808291 192808301 192808311 192808321 192808331 192808341 192808351 192808361 192808371
TTTGTATTAGCTAACTTCAGCTCAGGTAATGGGTAGCAGCTATTTGTATATTACTTAAAGGAATGTACATGATTTTTTTACATTATTTTTAATTATTCAATTTTATGTTGTGTTTAGGCT
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Variation data:

1KG:

2 192808315 rs7556939 A c AF=0.934505 EAS_AF=1
2 192808319 rs62181486 a T AF=0.934704 EAS_AF=1
2 192808323 rs56167528 G T AF=0.934704 EAS_AF=1
2 192808325 rs10546063 BTG a AF=0.934505 EAS_AF=1
Ensembl:

2 192808315 rs7556939 n c intron_variant

2 192808319 rs62181486 n T intron_variant

2 192808323 rs56167528 G T intron_variant

2 192808326 rs10546063 TG - intron_variant

Template-switch process
chr2:236077394-236077409
Lastz alignment:

GRCh37 GCCAGATGGGGAAGGGCCGCTGGGGCCATGCTARGCAGAGTCtACTCTGCCTTCTCTGGGAACAGAGACCAL GACAGGGCTTG
HuRef GCCAGAT! GCTGGGGCCATGCT! TAGACTCTGCCTTCTCTGGGAACAGAGACCACGACAGGGCTTG

Switch process:
Fl: L GCCAGATGGGGAAGGGCCGCTGGGGCCATGCTAA 1

F3: 4 CTTCTCTGGGAACAGAGACCATGACAGGGCTTG R
RF:  GCCAGAT( CGCTGGGGCCATGCT T TCTGCCTTCTCTGGH GGGCTTG
RR:  CGGICT: IT CCCCGGTACGATTCGTCTCATCT CCTTGTCTCTGGTGCTGTCCCGAAC
F2: 3 CGTCTCATCTGAGACG 2

Sequencing data:
HuRef
235742091 235742101 235742111 235742121 235742131 235742141 235742151 235742161 235742171 235742181 235742191
G

GGCAGCAGGG! T CGCTGGGGCCATGCT: GTCTACTCTGCCTTCTCT TGACAGGGCTT TGCCACATGACCCGAGAG
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236077351 236077361 236077371 236077381 236077391 236077401 236077411 236077421 236077431 236077441 236077451
G

GGCAGCAGGG! T CGCTGGGGCCATGCT: GTCTACTCTGCCTTCTCT TGACAGGGCTT TGCCACATGACCCGAGAG
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Variation data:

1KG:
2 236077401 rs56381894 c a AF=0.363818 EAS_AF=0.3393  EUR_AF=0.4076  SAS_AF=0.5368
2 236077402 rs56401263 T G AF=0.363818 EAS_AF=0.3393  EUR_AF=0.4076  SAS_AF=0.5368




Ensembl:
2 236077401 rs35057268 ct aG intergenic_variant

Template-switch process
chr3:28029612-28029627

Lastz alignment:

GRCh37 TCACTATTGATGCTAAGATTTTGAGAGCTGGGATTATATCTCtCCTTTCCTTGTTTCTCATGGCATARATGCCAATTARATAR

HuRef TCACTATTGATGCTAAGATTTTGAGAGCTGGGATTATATCTAACCTTTCCTTGTTTCTCATGGCATARATGCCAATTAAATAA

Switch process:

F1: L TCACTATTGATGCTAAGATTTTGAGAGCT 1
F3: 4 TTTCCTTGTTTCTCATGGCATAAATGCCAATTAAATAA R
RF: GGAGAGATATAATCCCTGCTCTCAAAATCTTAACATCAGTGGTGAAGATGCTCATCCTTGGAATTAGTTTTGGTCTTCACTATTGATGCTAAGAT TTTGAGAGCTGGGATTATATCTAACCTTTCCTTGTTTCTCATGGCATAAATGCCAATTAAATAA
RR: CCTCTCTATATTAGGGACGAGAGTTTTAGAATTGTAGTCACCACTTCTACGAGTAGGAACCT TAATCAAAACCAGAAGTGATAACTACGATTCTAAAACTCTCGACCCTAATATAGAT TGGAAAGGAACAAAGAGTACCGTATTTACGGTTAATTTATT
F2: 3 CCICTCTATATTAGGG 2

Sequencing data:
HuRef

28004581 28004591 28004601 28004611 28004621 28004631 28004641 28004651 28004661 28004671 28004681
AGTTTTGGTCTTCACTATTGATGCTAAGATTTTGAGAGCT TTATATCTCT*CCTTTCCTTGTTTCTCAT TAAATGCCAATTAAATAAATGAAT, CAATTTAT: GAT
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NA12878
28029581 28029591 28029601 28029611 28029621 28029631 28029641 28029651 28029661 28029671 28029681
AGTTTTGGTCTTCACTATTGATGCTAAGATTTTGAGAGCT TTATATCTCTCCTTTCCTTGTTTCTCAT TARATGCCAATTAAATAAATGAAT, CAATTTAT: GATT
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Variation data:

Template-switch process

chr3:79662007-79662071

Lastz alignment:
GRCh37 TCTTTTGAGAAGTGTCTGATCACTTCAATCATT TGTGCAAGTCC
HuRef TCTTTTGAGAAGTGTCTGATCACTTCAATCATT TGTGCAAGTAC

t Ct AGtACTTGCACATTGTTTTGCAATGATTGAAGTGATGCTATTAGTCATCAAGGGGATCARRRATTA
TTGCACATTGTTTTGCAATAATTGAAGTGATGCTATTAGTCATCAAGGGGATCARARATTA

T
T

Switch process:
F1: L GCATAAATGTCTTCTTTTGAGAAGTGTCTGATCACTTCAATC 1

F3: 4 GCTATTAGTCATCAAGGGGATCAAAAATTAARACATAAARATCAT R
RF:  GCATARATGTCTTCTTTTGAGAAGTGTCTGATCACTTCAATCATTGC; CAATGTGCAAGTACT: TTGCACATTGTTTT TAATTGAAGTGATGCTATTAGTCATCAAGGGGATCAAAAATTAAAACATARARATCAT
RR:  CGTATTTACAGAAGAAAACTCTTCACAGACTAGTGAAGTTAGTAACGTTTTGTTACACGTTCATGATCTCCTCCTGAACGTGTAACAARACGTTATTAACTTCACTACGATAATCAGTAGTTCCCCTAGTTTTTAATTTTGTATTTTTAGTA
F2: 3 TAGTGAAGTTAGTAACGTTTTGTTACACGTTCATGATCTCCTCCTGAACGTGTAACARAACGTTA 2

Sequencing data:
HuRef

79744681 79744691 79744701 79744711 79744721 79744731 79744741 79744751 79744761 79744771
TGTCTGATCACTT*CAAT+CATTGCAAAA*CAATGTG*CAAGTCCT +CCTCTAGTA X * CTTGCA*C# *ATTGTTTTGCAATGATTGAAGTGATGCTATTAGTCATCAAGGGGAT * CARAA
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NA12878

79661991 79662001 79662011 79662021 79662031 79662041 79662051 79662061 79662071 79662081 79662091
TGICTGATCACTTCAATCATTGCAAAACAATGTGCAAGTCCTCCTCTAGTACTTGCACATTGT TTTGCAATGATTGAAGTGATGCTATTAGTCATCAAGGGGATCAAAAATTAARACATA
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Variation data:

1kG:
3 79662060 rs7431813 G a NA12878=1]1 AF=0.875 AFR_AF=0.8676 AMR_AF=0.8718 EAS_AF=0.8859 EUR_AF=0.8678  SAS_AF=0.8834
Ensembl:

3 79662028 rs200284750 c a intron_variant

Template-switch process
chr3:85078066-85078133

Lastz alignment:
GRCh37 AATCCCTAGAATATGTATAGCTTATTAATGTGATATTCCAATTTATTCACATACTGTTTTACCGaaaTARAACAGTATGTGAATAAATTGGAATATCARATTTAATGTGTTTTAATACTATTATAACA
HuRef AATCCCTAGAATATGTATAGCTTATTAATGTGATATTCCAATTTATTCACATACTGTTTTATTTCGGTARAACAGTATGTGAATARATTGGAATATCARATTTAATGTGTTTTAATACTATTATAACA

Switch process:
F1: L TATTATCCAAATCCCTAGAATATGTATAGCTTATTAATG 1
F3: 4 AATTTAATGTGTTTTAATACTATTATAACACGTATTTAATACTAT R
TATTATCCAAATCCCTAGAATATGTATAGCTTATTAATGTGATATTCCAATTTATTCACATACTGTTTTATTTCGGTAAAACAGTATGTGAATARATTGGAATATCAAATTTAATGTGTTTTAATACTATTATAACACGTATTTAATACTAT
ATAATAGGTTTAGGGATCTTATACATATCGAATAATTACACTATAAGGTTAAATAAGTGTATGACAAAATAAAGCCATTTTGTCATACACTTATTTAACCT TATAGTTTAAAT TACACAAAATTATGATAATATTGTGCATARATTATGATA

3 ACTATAAGGTTAAATAAGTGTATGACAAAATAAAGCCATTTTGTCATACACTTATTTAACCTTATAGT 2

Sequencing data:

HuRef



85160741 85160751 85160761 85160771 85160781 85160791 85160801 85160811 85160821 85160831 85160841
TGTATAGC‘TTATTAATGTGATATTCCAATTTATTCACATACTGTTTTACCGAAATAAAACAGTATG-TGAATAAATTGG«AATATCAAATTTAATGTGTTTTAATACTAT~TATAACAC
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NA12878

85078051 85078061 85078071 85078081 85078091 85078101 85078111 85078121 85078131 85078141 85078151

TGTATAGCTTATTAATGTGATATTCCAATTTATTCACATACTGTTTTAwwwawCGAAATAAAACAGTATGTGAATAAATTGGAATATCAAATTTAATGTGTTTTAATACTATTATAACA
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Variation data:

1KG:

3 85078096 rs10689782 A ATT NA12878=0(1 AF=0.700679 AFR_AF=0.9584  AMR_AF=0.7723  EAS_AF=0.4137
3 85078099 rs563733672 GAA G NA12878=0]1 AF=0.700679 AFR_AF=0.9584  AMR_Al

Ensembl:

3 85078097 rs567919964 c T intron_variant

3 85078098 rs78459071 c G, T intron_variant

3 85078099 rs75976830 G T intron_variant

3 85078100 rs75617083 a c intron_variant

3 85078101 rs75840157 n G intron_variant

3 85078102 rs76371245 n G intron_variant

Template-switch process

chr:

9913203-99913218

Lastz alignment:
GRCh37 ACCATTTTGATAGCAACCTTGAGTAGTTAGGCTCAGCCTGGCTGA-GCCTAacTAC-CA-TtGTCCTCCCTGTCACTGGGGCCTTCARTCCAGCCTAC
HuRef ACCATTTTGATAGCAACCTTGAGTAGTTAGGCTCAGCCTGGGTGAGGCCTATATACTCACTCGTCCTCCCTGTCACTGGGGCCTTCARTCCAGCCTAC

Switch process:
F1: L ACCATTTTGATAGCAACCTTGAGTAGTTAGGCTCAGCCT 1

F3: CA-TTGTCCTCCCTGTCACTGGGGCCTTCARTCCAGCCTACTTTIT R
RF: ACCATTTIGATAGCAACCTTGAGTAGTTAGGCICAGCcTGGGTGAGGccTATATAcTcACIcGTccTcccTGTcAcTGGGGCCTTCAAICCAGCCTACTTTT
RR:  TGGTARAACTATCGTTGGAACTCATCAATCCGAGT TCCGGATATATGAG GTGACCCCGGARGTTAGGTCGGATGAARA
F2: 3 CATCAATCCGAGTCGG 2

Sequencing data:
HuRef

101395851 101395861 101395871 101395881 101395891 101395901 101395911 101395921 101395931 101395941
TCCTTTCACGCACCATTTTGATAGCAACCTTGA*GTAGTTAGGCTCAGCCTGGCTGA « GCCTAACTAC*CATTGTCCTCCCTGTCACTGGGGCCTTCAATCCAGCCTACTTTTAGGARAT
K K K. .K
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NA12878

99913161 99913171 99913181 99913191 99913201 99913211 99913221 99913231 99913241 99913251 99913261
TCCTTTCACGCACCATTTTGATAGCAACCTTGAGTAGTTAGGCTCAGCCTGGCTGAGCCTAACTACCATTGTCCTCCCTGTCACTGGGGCCTTCAATCCAGCCTACTTTTAGGARATTAG
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Variation data:

Template-switch process
chr3:107924354-107924379
Lastz alignment:

GRCh37 CATTAATAATAACTAATGAGGATTAAtALCACT, TCAATGAGG-ATT: TATTGATGCCTTAGTATTATTAATCCTCATTATTATA
HuRef CATTAATAATAACTAATGAGGATTAACAACACT, TARATGAGGGATTAATGATACTGAG-CAGTATTGATGCCTTAGTATTATTAATCCTCATTATTATA

Switch process:

F1: L TCATTAATAATAACTAATGAGGATTAATATCACTAAGGCAT 1

F3: 4 GTATTGATGCCTTAGTATTATTAATCCTCATTATTATA R
RF:  TCATTAATAATAACTAATGAGGATTAACAACACTAAGGCATAAATGAGGGATTAATGATACTGAGCAGTATTGATGCCTTAGTATTATTAATCCTCATTATTATA
RR:  AGTAATTATTATTGATTACTCCTAATTGTTGTGATTCCGTATTTACTCCCTAATTACTATGACTCGTCATAACTACGGAATCATAATAATTAGGAGTAATAATAT
F2: 3 ACGGAATCATAATARTTAGGAGTAAC 2

Sequencing data:

HuRef

109407001 109407011 109407021 109407031 109407041 109407051 109407061 109407071 109407081 109407091
A+CATATATGCATCATTAATAATAACTAATGAGG+A+TTAATATCACTAAGGCATCAATGAGGATTAATAATACTAAGGCAGTATTGATGCCTTAGTATTATTAAT +CCTCATTATTA

C TG CuiTen ok

Lkl T

* N R R SRR L AN

R SRR

FSr s %Gy ECR
R R e e N L R R N A R N S A R R RN

R R - R N R N SR A TR SRR

=0.7723  EAS_AF=0.4137

EUR_AF=
EUR_AF=

7008
7008

SAS_AF=|

5971



NA12878

107924311 107924321 107924331 107924341 107924351 107924361 107924371 107924381 107924391 107924401 107924411
ACATATATGCATCATTAATAATAACTAATGAGGATTAATATCACTAAGGCATCAATGAGGATTAATAATACTAAGGCAGTATTGATGCCTTAGTATTATTAATCCTCATTATTATARATA
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Variation data:

Template-switch process
chr3:163871744-163871758
Lastz alignment:

GRCh37 CTCACCTACCTCTGCTTCCAGCCTATGTATTAACTIGTCAC-aCAATATATTGTGTGAT TAACT: TARAC;
HuRef CTCACCTACCTCTGCTTCCAGCCTATGTATTAACTIGTCACTGCAATATATTGTGTGATCACAATAACATAAAATAAACAAAR

Switch process:
Fl: L CTCACCTACCTCTGCTTCCAGCCTATGTATTAACTTG 1

F3: 4 TGTGATCACAATAACGTAAAATAAACAAAA R
RF:  CTCACCTACCTICTGCTTCCAGCCTATGTATTAACTTGTCACT TATATTGTGTGAT( T, T TARAC;

RR:  GAGTGGATGGAGACGAAGGTCGGATACATAATTGAACAGTGACGTTATATAACACACTAGTGTTATTGTATTTTATTTGTTTIT
F2: 3 GTTATATAACACACT 2

Sequencing data:
HuRef

165354391 165354401 165354411 165354421 165354431 165354441 165354451 165354461 165354471 165354481 165354491
ATGTTACTGGCCTCACCTACCTCTGCTTCCAGCCTATGTATTAACTTGTCACACAATATATTGTGTGAT GT: TARACK TGATTG*TTTTACTGAA G
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NA12878

163871701 163871711 163871721 163871731 163871741 163871751 163871761 163871771 163871781 163871791 163871801

ATGTTACTGGCCTCACCTACCTCTGCTTCCAGCCTATGTATTAACTTGT! CAATATATTGTGTGAT GT. TGATTGTTTTACTGAAGACCTGA
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Variation data:

1KG:
3 163871747 rs111902670 c cT NA12878=010 AF=0.546126 AFR_AF=0.6377  AMR_AF=0.4524  EAS_AF=0.6687
3 163871748 rs1470800 A G NA12878=010 AF=0.546126 L6377 AMR_AI
Ensembl:
163871748 rs111902670 - T 16 intergenic_variant
3 163871748 rs1470800 A G T intergenic_variant

Template-switch process
chr3:170821849-170821880
Lastz alignment:

GRCh37 GTGTTACTARARAGCTCTCTGCCCTGARACATT) TAAC-——-AATTaaacTT. TTttcaaTTAACAGTTTGGAGGCGAGACATATACCAGAATCCCTATG
HuRef GTGTTACTAAARAGCTCTCTGCCCTGAAACATTAGARATARTTGAAAATTTCCTITAAGTTTAATT---~GTTAACAGTTTGGAGGCGAGACATATACCAGAATCCCTATG

Switch process:

Fl: L GTGTTACTAAAAAGCTCTCTGCCCTGAAACATTAGAAA 1

F3: 4 ACAGTTTGGAGGCGAGACATATACCAGAATCCCTATG R
RF:  GTGTTACTAAAAAGCTCTCTGCCCTGAAACATTAGAAATAATTGAAAATTTCCTTTAAGTTTAATTGTTAACAGTTTGGAGGCGAGACATATACCAGAATCCCTATG
RR:  CACAATGATTTTTCGAGAGACGGGACTTTGTAATCTTTATTAACTTTTAAAGGAAATTCAAATTAACAATTGTCAAACCTCCGCTCTGTATATGGTCTTAGGGATAC
F2: 3 ATTAACTTTTAAAGGAAATTCAAATTAACAAT 2

Sequencing data:
HuRef
172304501 172304511 172304521 172304531 172304541 172304551 172304561 172304571 172304581 172304591 172304601

TTTTTGCTTCTGTGTTACTAAAAAGCTCTCTGCCCTGARACATTAGAAATAACAATTAAACTTARAGGAAATTTTCA  ATTAACAGT TTGGAGGCGAGACATATACCAGAATCCCTATG
WU clc% R c TR TR
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NA12878
170821801 170821811 170821821 170821831 170821841 170821851 170821861 170821871 170821881 170821891 170821901
TTTTTGCTTCTGTGTTACTARAAAGCTCTCTGCCCTGARACATTAGAAATAACAATTAAA  + &  + +CTTAAAGGARATTTTCAA~ « + TTAACAGTTTGGAGGCGAGACATATACCAGAAT
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Variation data:

1kG:

3 170821849 rs374275436 TAAC AF=0.974042 0.9597  EAS_AF=0.9891

3 170821856 rs368157985 T AF=0.987819 0.9813  EAS_AF=0.999

3 170821859 rs370474250 n AF=0.987819 0.9813  EAS_AF=0.999

3 170821863 rs376482815 A AF=0.988618 0.9827  EAS_AF=1

3 170821866 rs373875898 GGRRA G NA12878=1]1 AF=0.988618 1 AMR_AF=0.9827  EAS_AF=1 EUR_AF=0.9751
Ensembl:

3 170821852 rs781523247 CAATTAAACTTAAAGGAAATTTTCAA TTGAAAATTTCCTTTAAGTTTAATTG intron_variant

Template-switch process
chr4:43027132-43027152

Lastz alignment:
GRCh37 ATATTGCATAACTGGGGGTAAACTTACATCTTGAAATTTGAAacTCARATTTCCTITGCTACARAGGAAGTCTATTTCACAATC
HuRef ATATTGCATAACTGGGGGTAAACTTACATCTTGARATTTGAGTTTCAAATTTCCTTTGCTACARAGGAAGTCTATTTCACAATC

Switch process:

F1l: L ATATTGCATAACTGGGGGTAAACTTACATCTT 1

F3: 4 CTTTGCTACAAAGGAAGTCTATTTCACAATC R
RF:  ATATTGCATAACTGGGGGTAAACTTACATCTTGAAATTTGAGTTTCAAATTTCCTTTGCTACAAAGGAAGTCTATTTCACAATC
RR:  TATAACGTATTGACCCCCATTTGAATGTAGAACTTTAAACTCAAAGTTTAAAGGARACGATGTTTCCTTCAGATAAAGTGTTAG
F2: 3 CTTTAAACTCAAAGTTTAAAG 2

Sequencing data:

HuRef

42721851 42721861 42721871 42721881 42721891 42721901 42721911 42721921 42721931 42721941 42721951
ATCCTGTTTCTATATTGCATAACTGGGGGTARACT TACATCTTGARAT TTGAAACTCARAT TTCCTTTGCTACARAGGAAGTCTATTTCACAATCAT TCATAAACTCTGCCATTATCTTT

NA12878

43027091 43027101 43027111 43027121 43027131 43027141 43027151 43027161 43027171 43027181 43027191
ATCCTGTTTCTATATTGCATAACTGGGGGTAAACTTACATCTTGAARTTTGAAACTCARATTTCCTTTGCTACARAGGAAGTCTATTTCACAATCATTCATARACTCTGCCATTATCTTT
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Variation data:

1KG:

4 43027141 rs62297786 A G NA12878=010 AF=0.868211 AMR_AF=0.8631 EAS_AF=0.9871
4 43027142 rs62297811 a T AF=0.868211 0.8631  EAS_AF=0.9871
4 43027143 rs63040061 c T AF=0.868211 0.8631  EAS_AF=0.9871
Ensembl:

4 43027141 rs386673993 AAC GIT intron_variant

Template-switch process
chrd:54752568-54752582
Lastz alignment:

GRCh37 TATGTTGAAAGCATCCACTACCTCCCGGATTTTGTAGCACatccagtGeTacaAATTGATCCARACTCTTAAATTCAAATCTTCCAARAGAAA
HuRef TATGTTGAAAGCATCCACTACCTCCCGGATTTTGTAGCAC-----TGGATTTGAATTGATCCAAACTCTTAAATTCAAATCTTCCAARAGAAA

Switch process:

F1: L GTATGTTGAAAGCATCCACTACCTCCCGGATTTTGTAGCAC 1

F3: 4 TTGATCCAAACTCTTAAATTCAAATCTTCCAARAGAAA R
RF:  GTATGTTGAAAGCATCCACTACCTCCCGGATTTTGTAGCACTGGATTTGAATTGATCCAAACTCTTAAATTCAAATCTTCCAAAAGAAR
RR:  CATACAACTTTCGTAGGTGATGGAGGGCCTAAAACATCGTGACCTAAACTTAACTAGGTTTGAGAATTTAAGTTTAGAAGGTTTTCTTT
F2: 3 AAACATCGTGACCTA 2

Sequencing data:
HuRef

54447281 54447291 54447301 54447311 54447321 54447331 54447341 54447351 54447361 54447371
ACTGCATTCCAGTATG+TTGAAAGCAT *CCACTACCTCCCGGATTTTGTAGCACATCCAGTGCTACAAATTGAT * CCAAACTCTTAAATTCARATC + TTCCAARAGAAAAAAGGARAGGA
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NA12878

54752521 54752531 54752541 54752551 54752561 54752571 54752581 54752591 54752601 54752611 54752621
ACTGCATTCCAGTATGTTGARAGCATCCACTACCTCCCGGATTTTGTAGCAC + »ATCCAGTGCTACAAATTGATCCAAACTCTTARATTCARATCTTCCAARAGAAAAAAGGAARGGAR
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Variation data:

1kG:

4 54752567 rs139303241 c CTGG AF=0.759784 5961
4 54752575 rs67282403 GCTACA G AF=0.798323 6362
Ensembl:

4 54752568 rs746319676 ATCCA - intron_variant

4 54752573 rs62299623 G T intron_variant

4 54752578 rs59335631 n G T intron_variant

4 54752579 rs201204826 c T intron_variant

4 54752580 rs201813096 A G intron_variant

Template-switch process:
chr4:56980429-56980450
Lastz alignment:

GRCh37 CACACCTATTGTAATATAGGCACCTATTGGC T aCC-GGGCCTGC: TGGCATCACCTCCACTTTTCATG
HuRef CACACCTATTIGTAATATAGGCACCTATTGGCAAGCATAAGACCCTGGGCCTGCARAGAGGAATGGCATCACCTCCACTTTTCATG

switch process:

EAS_AF=0.9058
EAS_AF=0.9385

EUR_AF:
EUR_AF:

F1: I CACACCTATTGTAATATAGGCACCTATTGGCAAGCA 1

F3: 4 GAATGGCATCACCTCCACTTTTCATG R
RF: CTCCTTGT TTCTTACGCTTGTCAATAGGTGCTATAT: CCTATTGTAATAT, CTATTGGCAAGCATAAG, TGGGCCT TGGCATCACCTCCACTTTTCATG
RR: GAGGAACATCCGGGCCAAGAATGCGAACAGTTATCCACGATATATGTGTGGATAACATTATATCCGTGGATAACCGTTCGTATTCTGGGACCCGGACGTTTCTCCTTACCGTAGTGGAGGTGAARAGTAC
F2: 3 GAGGAACGTCCGGGCCAAGAAT 2

Sequencing data:
HuRef
56675141 56675151 56675161 56675171 56675181 56675191 56675201 56675211 56675221 56675231 56675241

GGTGCTATATACACACCTATTGTAATATAGGCACCTATT( i *CC*GGGCCTGE, TGGCATCACCTCCACTTTTCATGCAAGAAAAAGGGAAAGARAGGCA
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NA12878

56980391 56980401 56980411 56980421 56980431 56980441 56980451 56980461 56980471 56980481 56980491
GGTGCTATATACACACCTATTGTAATATAGGCACCTATT( Ti GGGCCTGC TGGCATCACCTCCACTTTTCATGCAAGAAAAAGGGAAAGAAAGGCACA
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Variation data:

Template-switch process:

chr4:67591134-67591154

Lastz alignment:

GRCh37 GTAATTCTGAACTGTGGCTATATTAACCACAGTTCAGAATT-aCACTCTGAATTCAGAAGGTTCAGAAGGTTCAGAAGATGAG

HuRef GTAATTCTGAACTGTGGCTATATTAACCACAGTTCAGAATTCCCACTCTGAATTCAGAAGGTTCAGAAGGTTCAGAAGATGAG

Switch process:

F1: L GTAATTCTGAACTGTGGCTATATTAA 1

F3: 4 TGAATTCAGAAGGTTCAGAAGGTTCAGAAGATGAG R
RF: GAGTGTAATTCTGAACTGTGGCTATATTAACCACAGTTCAGAATTCCCACTCTGAAT TCAGAAGGT TCAGAAGGT TCAGAAGATGAG
RR: TAAGACTTGACACCGATATAATTGGTGTCAAGTCTTAAGGGTGAGACTTAAGTCTTCCAAGTCTTCCAAGTCTTCTACTC

CTCACAT
F2: 3 CTCACATTAAGACTTGACACC 2

Sequencing data:

HuRef
67273701 67273711 67273721 67273731 67273741 67273751 67273761 67273771 67273781 67273791
CTTTATTGAGTGTAATTCTGAACTGTGGCT *ATATTARCCACAGTTCAGAATT  +A* * CACTCTGAATTCAGAAGGT TCAGAAGGT TCAGAAGATGAGTCAGAATTTAAGATTTTGTTCT
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NA12878

67591101 67591111 67591121 67591131 67591141 67591151 67591161 67591171 67591181 67591191 67591201
CTTTATTGAGTGTAATTCTGAACTGTGGCTATATTAACCACAGTTCAGAATTACACTCTGAAT TCAGAAGGTTCAGAAGGT TCAGAAGATGAGTCAGAATTTAAGATTTTGTTCTCCTGA
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Variation data:
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Template-switch process
chrd:84454349-84454369
Lastz alignment:

GRCh37 ATATATATACAGGTGTGTATATATATTCATAGTTACGGGTG(tAGGACTTGgACATATCTTTTGGGGAGGCATGTaTATATATACATGCCTG
HuRef ATATATATACAGGTGTGTATATATATTCATAGTTA T GG CATATCTTTT GTGTATATATACATGCCTG

Switch process:
Fl: L ATATATATACAGGTGTGTATATATATTCATAGITAC 1

F3: 4 TCTTTTGGGGAGGCATGTATATATATACATGCCTG R
RF:  ATATATATACAGGTGTGTATATATATTCATAGTTA( T CTTGAACATATCTTTT TGTGTATATATACATGCCTGGATTAATAGGT: CAGGATTATGGATARATTCATTACT:
RR:  TATATATATGIC TATATATAAGTATCAATGCCCACCCTCCTGAACTTGTATAG.

F2:

Sequencing data:
HuRe £

84673331 84673341 84673351 84673361 84673371 84673381 84673391 84673401 84673411 84673421 84673431
TGTGTAAGTGTATATATATACAGGTGTGTATATATATTCATAGT TACGGGTGTTAGGACT T *GGACATATCTTTT GGCATGTATATATATACATGC*CTGGATTAATAGGTARRA

L P
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NA12878

84454311 84454321 84454331 84454341 84454351 84454361 84454371 84454381 84454391 84454401 84454411
TGTGTAAGTGTATATATATACAGGTGTGTATATATATTCATAGT TACGGGTGTTAGGACTTGGACATATCTTTTGGGGAGGCATGTATATATATACATGCCTGGAT TAATAGGTARARAR
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variation data:

Template-switch process:
chr4:120423355-120423371
Lastz alignment:

GRCh37 CAAGGAGTAGGAGTGAAACATCTATGATGGATGTTtAT GtgcTGtttgtAaTaGty tGCAAATATTACACCAAGGGACGTAGGTAAAT
HuRef CAAGGAGTAGGAGTGAAACATCTATGATGGATGTTAATCACAGCTATGACCCCAGTGGGCT. TATTACACCAAGGGACGTAGGTARAT

Switch process:
Fl: L GAGAACCAAGGAGTAGGAGTGAAACATCTATGATGGATGTTTATCA 1

4 GTGAACACT( TATTACACC TAGGTAAATTATGGTTAC R

RF:  GAGAACCARGGAGTAGGAGTGAAACATCTATGATGGATGTTAATCACAGCTATGACCCCAGTGGGCT! TATTACACC TAGGTARATTATGGTTACATCGATTTCATGTAATCATGATAATACATAAGAATATTTGTTAAAATGAARAGTGGT TTCTARTACTT:
RR:  CTCTTGGTTCCTCATCCTCACTTTGTAGATACTACCTACAATTAGTGTCGATACTGGGGTCACCCGATGTTTCGTTTATAATGTGGTTCCCTGCATCCATTTAATACCAATGTAGCT.

Sequencing data:
HuRef

120642751 120642761 120642771 120642781 120642791 120642801 120642811 120642821 120642831 120642841 120642851
CTTTTGATGGCG*AGAACCAAGGAGTAGGAGTGARACATCTATGATGGATGTTTATCACAGTGCTGTTTGTAATAGTGAACACTGCARATATTAC+ ACCAAGGGACGTAGGTAAATTAT
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NA12878
120423301 120423311 120423321 120423331 120423341 120423351 120423361 120423371 120423381 120423391 120423401
CTTTTGATGGCGAGAACCAAGGAGTAGGAGTGARACATCTATGATGGATGTTTATCACAGTGCTGTTTGTAATAGTGAACACTGCARATATT! TAGGTAAATTATGGT
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Variation data:

Template-switch process

chr

42875495-142875523

Lastz alignment:
GRCh37 CACCAACCTAATATTTCTATTTATATTAGGTTGGT ARGT, TCAATTGATAATTTGCACCATCAAATTACTTCTGCAC
HuRef cAccAAccTAATATTTCTATTrArArrAGGrTGGTGCAAAAATATATCAAAAGATCAATTGATAATTTGcAccATcAAArrAcrrcIGCAC

Switch process:

F1: L CACCAACCTAATATTTCTATTT 1

F3: AATTGATAATTTGCACCATCAAATTACTTCTGCAC R
RE: GATCTGTTACTTTTGCACCAACCTAATATTTCTATTTATATTAGGTTGGTGCAAAAATATATCAAAAGATCAATTGATAATTTGCACCATCAAATTACTTCTGCAC
RR: CTAGACAATGAAAACGTGGTTGGATTATAAAGATAAATATAATCCAACCACGTTTTTATATAGT TTTCTAGTTAACTATTAAACGTGGTAGT TTARTGAAGACGTG
F2: 3 CTAGACAATGAAAACGTGGTTGGATTATA 2

Sequencing data:
HuRef

143094921 143094931 143094941 143094951 143094961 143094971 143094981 143094991 143095001 143095011
TGTTACTTTTGCACCAACCTARTATTTCTA*TTTATA*TTAGGTTGGTGC » « » AAAA X * GTAACAGAATC+ AATTGATAATTTGCACCATCARAT TACTTCTGCACCAATCTAATATTTC
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TCCGTACACATATATATGTACGGACCTAATTATCCATTTTTTTGTCCTAATACCTATTTAAGTAATGAT TCGTAACTGATAGT TGATGGTAAATTATGTATGAGAGGTTAGGGT TATTGTTGGAGACGTCCATCCACAATAATAGGAGTAAAATGTCTCTA
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NA12878

142875471 142875481 142875491 142875501 142875511 142875521 142875531 142875541 142875551 142875561 142875571
TGITACTTTTGCACCAACCTARTATTTCTATTTATAT TAGGTTGGTGCARAAGTAACAGATCART TGATARTTTGCACCATCARATTACTTCTGCACCARTCTAATATTTCAGAARAAGC
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Variation data:

Template-switch process

chr

75312410-175312423

Lastz alignment:
GRCh37 AGCATAGCTTGAGTAACCAGCTATAATGTTTTCTGATATT! tatcaGAT, T TCCAAATGTATTCTGG
HuRef AGCATAGCTTGAGTAACCAGCTATAATGTTTTCTGATATTC- ~~TGGATAGGAAGAACTCACAGGGACACTCCAAATGTATTCTGG

Switch process:

Fl: L AGCATAGCTTGAGTAACCAGCTATAATGTTTTCTGATAT 1

F3: 4 TAGGAAGAACTCACAGGGACACTCCAAATGTATTCTGG R
RF:  AGCATAGCTTGAGTAACCAGCTATAATGTTTTCTGATATTCTGGATAGGAAGAACTCACAGGGACACTCCARATGTATTCTGG
RR:  TCGTATCGAACTCATTGGTCGATATTACAAAAGACTATAAGACCTATCCTTCTTGAGTGTCCCTGTGAGGTTTACATAAGACC
F2: 3 AGACTATAAGACCT 2

Sequencing data:
HuRef
175548941 175548951 175548961 175548971 175548981 175548991 175549001 175549011 175549021 175549031

GTA*TGGCCAG TA#+GCTTG*AGTAACCAGCTATAATGTTTICTGATAT TCCAG* AATATCAGATAGGARGAACTCACAGGGACACTCC + ARATGTAT TCTGGGGGACACTARAT
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NA12878

175312361 175312371 175312381 175312391 175312401 175312411 175312421 175312431 175312441 175312451 175312461
GTATGGCCAGGAGCATAGCTTGAGTAACCAGCTATAATGTTTICTGATAT TCCAGAATATCAGATAGGAAGAACTCACAGGGACACTCCARATGTATTCTGGGGGACACTAARATGTATTC
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Variation data:

1KG:

4 175312411 rs552443843 CCAGBA C NA12878=010 AF=0.226238 AFR_AF=0.1929  AMR_AF=0.1758 EAS_AF=0.5159
Ensembl:

4 175312412 rs71602411 CAGAATATCA TG intergenic_variant

Template-switch process
chr4:182127597-182127623
Lastz alignment:

GRCh37 GCAC T GAGTGTCTGCTAT! CATatTTtatggAAggATCTGTaATCTATTATARAATTGTTGTATACTGAGTCATTATGATAT
HuRef GCAC T GAGTGICTGCTAT! T TCCTTCCAT: TATATGTTATCTATTATAAAATIGTTGTATACTGAGTCATTATGATAT

Switch process:
F1: L TGCACGACAGACAACACTCAGAAGAGTGTCTGCTATGAARA 1

F3: 4 ATCTATTATAAAATTGTTGTATACTGAGTCATTATGATAT R
RF:  TGCACG TCAGAAGAGTGTCTGCTAT: TACAGATCCTTCCAT: TATATGTTATCTATTATAAAATTGTTGTATACTGAGTCATTATGATAT
RR:  ACGTGCTGTCIGTTGTGAGTCTTCTCACAGACGATACTTTTATGTCTAGGAAGGTATTTTATAT: TAGAT; c. TATGACTCAGTAATACTATA

F2: 3 ATGTCTAGGAAGGTATTTTATATACAA 2

Sequencing data:
HuRef
182364541 182364551 182364561 182364571 182364581 182364591 182364601 182364611 182364621 182364631 182364641
cT

ACACCTCTAAATGCAC! CAGAAGAGTGTCTGCTAT CATATATTTTAT TCTGTAATCTATTAT+AAAATTGTTGTATACTGAGICATTATGATAT
.................................................... Tui G CCL . COATA. AT Ao Tuuttieis eeneenneeneenieenaeanaennnan

R T T T P T P T T
R T T T P P T T T PP

.................................................... T...G..CC..CCATA..AT..A...T

R T T T P P T R T PP P PP
T T T T e P R P PP T IT T

R R R R S SRS R RN

NA12878

182127551 182127561 182127571 182127581 182127591 182127601 182127611 182127621 182127631 182127641 182127651
ACACCTCTAAATGCAC! CTCAGAAGAGTGTCTGCTAT! CATATATTT#*+TAT TCTGTAATCTATTAT: TTGTTGTATACTGAGTCATTATGAT

EUR_AF=0.1332

SAS_AF=0.1043
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Variation data:

1kG:

4 182127597 rs1378118 n T NA12878=1]1 AF=0.998802 AFR_AF=0.9955  AMR_AF=1 EAS_AF=1
Ensembl:

4 182127597 rs1378118 A T intergenic_variant

4 182127601 rs71645062 T G intergenic_variant

4 182127604 rs781579057 ATTTTATGGAAGG ~CCTTCCATARRAT intergenic_variant

4 182127619 rs71645063 c A intergenic_variant

4 182127623 rs1823907 A T intergenic_variant

Template-switch process

chr!

1047165-41047178

Lastz alignment:
GRCh37 CTCTTCTAAGAAGCCATAGGTAATTCCTAGGTAGATGCCTTtTAAtAtaGAAAAppAJ TATATTAARAGCTCCCTGTCTGTGGGCT
HuRef CTCTTCT, CTAGGTAGATGCCTTATAA-ACTGAARACCTTCTATATTAAAAGCTCCCTGTCTGTGGGCT

Switch process:

Fl: L CTCTTCT: TAGGTAATTCCTAGGTAGATGC 1

F3: 4 AACCTTCTATATTAAAAGCTCCCTGTCTGTGGGCTIC R
RF: CTCTTCTAAGAAGCCATAGGTAATTCCTAGGTAGATGCCTTATAAACTGAAAACCTTCTATATTAAAAGCTCCCTGTCTGTGGGCTTC
RR:  GAGAAGATTCTTCGGTATCCATTAAGGATCCATCTACGGAATATTTGACTTTTGGAAGATAT.

F2: 3 AAGATATAATTTTC 2

Sequencing data:
HuRef

41082881 41082891 41082901 41082911 41082921 41082931 41082941 41082951 41082961 41082971 41082981
TTGARAATTGACTCTTCT: TAGGTAATTCCTAGGTAGATGCCTTTTAATATAG! TTCTATATTAARAGCTCCCTGTCTGT TTCGTCCCTCCTGCAAGTTICTG

e B CT

L I
R T RN N N S P T ST N PR NP RN AN
.................................................... Bk Ol et
R e RN RN
R e RN RN
........ S

R

NA12878

41047121 41047131 41047141 41047151 41047161 41047171 41047181 41047191 41047201 41047211 41047221
TTGAAAATTGACTCTTCT: TAGGTAATTCCTAGGTAGATGCCTTTTAATATAG! TTCTATATTAAAAGCTCCCTGICTGT TTCGTCCCTCCTGCAAGTTICTG
P a e

R RN RS N R PR R e siriCons

rerirens B e

G
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PR R e E e Cy

PRy Perrresan, R

...... P R A e e
R R R T e e R} e
R A e R R R RS T
R e R R NN NS RS RS P A SRR

B R RN RN NN

Variation data:

1kG:
5 41047168 rs1974845 T a NA12878=1]1 AF=0.759385
5 41047171 rs62859160 AT a AF=0.758986
5 41047174 rs1974846 T c AF=0.758986
5 41047175 rs1974847 n T NA12878=1]1 AF=0.758187
Ensembl:

5 41047168 rs1974845 T A intron_variant

5 41047172 rs386687542 TATA acT intron_variant

Template-switch process:

chr!

9245706-69245719

Lastz alignment:
GRCh37 TAAAATATGCATTTGTGCTTTTAACTCTGAAAACCTGAATACCTATTCAACTGTTGATTCTGAGTATTTACAGAACTTTATTE
HuRef TAAAATATGCATTTGTGCTTTTAACTCTGARAACCTGAATAGGTATTCAACTGTTGATTCTGAGTATTTACAGAACTTTATTC

Switch process:
Fl: L TAAAATATGCATTTGTGCTTTTAACTCTGAAAACC 1

F3: 4 ACTGTTGATTCTGAGTATTTACAGAACTTTATT R
RF: TAAAATATGCATTTGTGCTTTTAACTCTGAAAACCTGAATAGGTATTCAACTGTTGATTCTGAGTATTTACAGAACTTTATT
RR: ATTTTATACGTAAACACGAAAATTGAGACTTTTGGACTTATCCATAAGTTGACAACTAAGACTCATAAATGTCTTGAAATAA
F2: 3 ACTTATCCATAAGT 2

Sequencing data:
HuRef

69281421 69281431 69281441 69281451 69281461 69281471 69281481 69281491 69281501 69281511 69281521
TGAAAAGAGACTARRATATGCATTTGTGCTTTTAACTCTGARRACCTGAATA CCTATTCAACTGTTGATTCTGAGTATTTACAGAACT TTATTTCTTCTTTGGACATGCTTTCGCAGTT

G

R R R R R R T T L N N N S R TN R RN R - LI S ST PSS TR IS T RRE

NA12878

69245661 69245671 69245681 69245691 69245701 69245711 69245721 69245731 69245741 69245751 69245761
TGAAAAGAGACTARRATATGCATTTGTGCTTTTAACTCTGARRACCTGAATACCTATTCAACTGTTGATTCTGAGTATTTACAGAACTTTATTTCTTCTTTGGACATGCTTTCGCAGTTT

0.8141  EAS_AF=0.6776
0.8127  EAS_AF=0.6776
0.8127  EAS_AF=0.6776
0.8141  EAS_AF=0.6776

EUR_AF=1

SAS_AF=1

.8476
.8476
.8476
.8476



Variation data:

Template-switch process

chr!

0120774-70120787

Lastz alignment:
GRCh37 TAAAATATGCATTTGTGCTTTTAACTCTGARAACCTGAATACCTATTCAACTGTTGATTCTGAGTATTTACAGAACTTTATTEL
HuRef TAAAATATGCATTTGIGCTTTTAACTCTGARAACCTGAATAGGTATTCAACTGTTGATTCTGAGTATTTACAGAACTTTATTC

Switch process:

Fl: L TAARATATGCATTTGTGCTTTTAACTCTGARRACC 1

F3: 4 ACTGTTGATTCTGAGTATTTACAGAACTTTATT R
RF:  TAARATATGCATTTGTGCTTTTAACTCTGAAAACCTGAATAGGTATTCAACTGTTGATTCTGAGTATTTACAGAACTTTATT
RR:  ATTTTATACGTAAACACGAAAATTGAGACTTTTGGACTTATCCATAAGTTGACAACTAAGACTCATARATGTCTTGAAATAA
F2: 3 ACTTATCCATAAGT 2

Sequencing data:

HuRef

70156491 70156501 70156511 70156521 70156531 70156541 70156551 70156561 70156571 70156581
TGAAAAGAGACTARAATATGCATTTGTGCTTTTAACTCTGARRACCT *GAATACCTATT *CAACTGT TG * ATTCTGAGTATTTACAGAACTTTA* TTTCTTC* TTTGG*ACATGCTTT*

. R N T

NA12878

70120731 70120741 70120751 70120761 70120771 70120781 70120791 70120801 70120811 70120821 70120831
TGAAAAGAGACTAARATATGCATTTGTGCTTTTAACTCTGAAAACCTGAATACCTATTCAACTGTTGATTCTGAGTATTTACAGAACTTTATTTCTTCTTTGGACATGCTTTCGCAGTTT

T
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Variation data:

Template-switch process
chr5:107452444-107452460
Lastz alignment:

GRCh37 GATAGATGAATAATACCGTTTTCAAAAGAAATTATGTGCAC AtAATTTCTTATCACTCARAAARACAGCTCAGATAGATCCAT
HuRef GATAGATGAATAATACCGT TTTCTTATCACTCAAAAAAACAGCTCAGATAGATCCAT

Switch process:
F1: L GATAGATGAATAATACCGTTTTCAAAAGAAATTA 1

F3: 4 ATCACTCAAAAAAACAGCTCAGATAGATCCAT R
RF:  GATAGATGAATAATACCGTTTIC: TTATGT! TTTCTTATCACTC,

RR:  CTATCTACTTATTATGGCAAAAGTTTTCTTTAATACACGTGTTTTTAAAGAATAGIGAGTTTTITTTGT GTcTATcTAGGTA
F2: 3 TTCTTTAATACACGTGT 2

Sequencing data:
HuRef

107480301 107480311 107480321 107480331 107480341 107480351 107480361 107480371 107480381 107480391 107480401
AAGAATGGGATGATAGATGAATAATACCGTTTTCAAAAGAAATTATGTGCAC*ATAATTTCTTATCACTC + + AAAAAAACAGCTCAGATAGAT + CCAT +CCTGGGATTA*ACA*CCCAGG

SrreReraar s CCCR Gy,

R L R N R R RS N P RS RS NS RS IR

R R I R N R N R R R RN

R R R R R R R R R RS

LT e T

R R I R R R R RN srriirins

e PR LALA e .

R R R RS R RSO SN L Ve SCA s SCriar sty .

R R R R RN RN PSR RS NS IR SN

NA12878

107452401 107452411 107452421 107452431 107452441 107452451 107452461 107452471 107452481 107452491 107452501
ARGAATGGGATGATAGATGAATAATACCGTTTTCAAAAGAAATTATGTGCAC+ATAA* TTTCTTATCACTCA+ARAAAACAGCTCAGATAGATCCATCCTGGGATTAACACCCAGGTAT
.A.
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R T L R N R SN NS SR SRR NS
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Variation data:

=0.7435  EAS_AF=0.9306

1kG:
5 107452450 rs60289405 c ca NA12878=1]1 AF=0.695687 AFR_AF=0.3865 AMR_AF=0.7334 EAS_AF=0.9276
5 107452452 rs5010690 T a NA12878=1]1 AF=0.717652 AFR_AF=0.4516  AMR_Al
Ensembl:
107452451 rs60289405 - A intron_variant
5 107452452 rs5010690 T A intron_variant

Template-switch process:
chr5:120770300-120770325

Lastz alignment:

GRCh37 TATTCTGTCCATTTTAATGAGAAAACAAGTACAGAAAGATAttTATCTTTCTGTAGAAGGTCAAGGTAATTAATGACARRATC

HuRef TATTCTGTCCATTTTAATGAGAAAACAAGTACAGAAAGATAAATATCTTTCTGTAGAAGGTCAAGGTAATTAATGACAAAATC

Switch process:
Fl: L TATTCTGTCCATTTTAATGAGAAAACAAG 1

F3: a GAAGGTCAAGGTAATTAATGACAAAATC R
RF:  TATTCTGTCCATTTTAAT! CAAGTAC, TARATATCTTTCTGTAGARGGT

RR: ATAAGACAGGTAAARTTACTCTTTTGTTCATGTCTTTCTATTTATAGAAAGACATCTTCCAGTTCCATTRATTACTGTTTTAG
F2: 3 ATGTCTTTCTATTTATAGAAAGACAT 2

Sequencing data:
HuRef

120798161 120798171 120798181 120798191 120798201 120798211 120798221 120798231 120798241 120798251 12079826
CTAAACAGGACTATTCTGTCCATTTTAATGAGAAAACAAGTACAGAAAGATATTTAT * CTTTCTGTAG*AAGGT * CAAGGTAATTAATGACAARATCTCCT *CCAGTTGGGARATTAG
Y

R L R N NS RN R PR N RN PR a TN

R T T RN N RN S PP IR PP P PR R PR

R A L R N R R seeins

R L N R R RS RS RS ST RS NS ER RN PR E TN

e B e b AR LRk R

NA12878

120770261 120770271 120770281 120770291 120770301 120770311 120770321 120770331 120770341 120770351 120770361
CTAAACAGGACTATTCTGTCCATTTTAATGAG: CAAGT. TATTTATCTTTCTGT: T TAATTAATGAC TCTCCTCCAGTTGGGAAATTAGGAGGTA
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Variation data:

1KG:
5 120770312 rs10072075 T a NA12878=111 AF=0.92492 AFR_AF=0.9251  AMR_AF=0.9784
5 120770313 rs10072076 T A NA12878=111 AF=0.92492 L9251  AMR_AF=0.9784
Ensembl:
5 120770312 rs10072075 T A intergenic_variant
5 120770313 rs10072076 T A intergenic_variant
Template-switch process
chr6:3027013-3027033
Lastz alignment:
GRCh37 TCTTCCCAT TGGGCTGATGCGCTGGAACGTCGATGCAGC— ~CAgT-GATGTGTTTGATGAGAATGTATTGAGAGTAAAGCTGCCCA
HuRef TCTTCCCATAAAGTGGGCTGATGCGCTGGAACGTCGATGCATCAAACACATCACTGGATGTGTTTGATGAGAATGTATTGAGAGTARAGCTGCCCA
switch process:
Fl: L TCTTCCCATAAAGT TGATGCGCTGGAACGTCGATG 1
F3: 4 AGAATGTATTGAGAGTARAGCTGCCCA R
RF:  TCTTCCCATAAAGTGGGCTGATGCGCTGGAACGTCGATGCATCAAACACATCACTGGATGTGTTTGATGAGAATGTATTGAGAGTARAGCTGCCCA
RR: GAAGGGTATTTCACCCGACTACGCGACCTTGCAGCTACGTAGTTTGTGTAGTGACCTACACARACTACTCTTACATAACTCTCATTTCGACGGGT
F2: 3 GTAGTTTGTGTAGTGACCGAC 2
Sequencing data:
HuRef
2971971 2971981 2971991 2972001 2972011 2972021 2972031 2972041 2972051
CCCCATTTCTTTCTT TAAAGTGGG*CTGATGCGCTGGAAC GTCGATGCAGC « « k& CAGT *GATGTGTTTGATGAGAATGTA+ TTGAGAGTAAAGCTG  CCCAGAAT *CC+A
I T
’ e D R £ S TTTET N SN SN N S ek
B \T.AACACAT*..C.Gevvvvns x
B LT.ARACACAT..C.G....... x
............................ T.ARACACAT..C.Guurrrneeerrnnnnnnnns *
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NA12878

3026971 3026981 3026991 3027001 3027011 3027021 3027031 3027041 3027051
CCCCATTTCTTTCTT TARAGTGGGCTGATGCGCTGGAACGTCGATGCAGC » + # + + # + *CAGH *  * T+GATGTGTTTGATGAGAATGTAT TGAGAGTAAAGCTGCCCAGAATCCAAG

.T. ..c .
.T.AAACACAT..Cx#%*.G.
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EAS_AF=0.8433
EAS_AF=0.8433

EUR_AF=

663

EUR_AF=0.6769

EUR_AF=0.9751

EUR_AF=

L9751

SAS_AF=!
SAS_AI

.8814
.8814

SAS_AF=0.9192

SAS_Al

9192
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Variation data:

1kG:

6 3027015 rs2326109 G T NA1287 AF=0.652756 EAS_AF=0
6 3027016 rs3081532 c CARACACAT NA1287 AF=0.654952 EAS_AF=0
6 3027019 rs2326110 G c AF=0.652756 EAS_AF=0.
6 3027020 rs6149391 T TG AF=0.654952 EAS_AF=0.
Ensembl:

6 3027015 rs386696229 GCCAGT TCARACACATCACTG non_coding_transcript_exon_variant

Template-switch process

chr

365709-4365735

Lastz alignment:
GRCh37 AGAGCAAAAAATTAATACcTAcAGcAAGTGTAACTAGATAcangagaggTTAgrAAq————aAagGTAATATGTTTTGTTTTTAICITATTCCTATTCATAAATA
HuRef AGAGC TTA; e T TT----TCTTACTAACCTCTCACTGTAATATGTTTTGTTTTTATCTTATTCCTATTCATARATA

Switch process:

F1: L AGAGC TTAATACCTACAGCAAGTGTAACT; 1
F3: ATATGTTTTGTTTTTATCTTATTCCTATTCATAAATA R
RE: AGAGCAAAAAATTAATACCTACAGCAAGTGTAACTAGATACCTTTCTTACTAACCTCTCACTGTAATATGTTTTGTTTTTATCTTATTCCTATTCATAAATA
RR:  TCTCGTTTTTTAATTATGGATGTCGTTCACATTGATCTATGGAAAGAATGATTGGAGAGTGACATTAT: Ci TAGAAT: TAAGTATTTAT
F2: 3 ATGGAAAGAATGATTGGAGAGTGACAT 2

Sequencing data:

HuRef
4310661 4310671 4310681 4310691 4310701 4310711 4310721 4310731 4310741 4310751
GA*TTCACGTAT: **TTAATACCTACAGCAAGTGTAACTAGATACAGTGAGAGGT TAGTAR * + *GARAGGTAATATGTTTT* G+ TTTTTATCTT+ATTCCTATTCATAA
e cee ..CT..K.KTC...C... L o

LCT.xxx+TC...C

D e R A R R RN
R N A N R N N N N RN )

NA12878
4365661 4365671 4365681 4365691 4365701 4365711 4365721 4365731 4365741 4365751 4365761
GATTCACGTAT! TTAATACCTACAGCAAGTGTAACTAGAT: TGAGAGGTTAGTAA +*+GAAAGGTAATATGTTTTGTTTTTATCTTATTCCTATTCATARATATGT

................................................ ...CT..K.KIC...C... TC.CT

L..GC..
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Variation data:

6647  EUR_AF=0.7455
6677  EUR_AF=0.7475
6647  EUR_AF=0.7455
6677  EUR_AF=0.7475

1kG:
6 4365712 rs76297440 A c AF=0.999201 EAS_AF=1 EUR_AF=1
6 4365713 rs78153692 G T AF=0.999201 EAS_AF=1 EUR_AF=1
6 4365715 rs76706288 G T AF=0.999201 EAS_AF=1 EUR_AF=1
6 4365724 rs78311386 G c AF=0.999002 EAS_AF=0.998 EUR_AF=1
6 4365727 rs372923950 A ACCTC AF=0.999002 EAS_AF=0.998 EUR_AF=1
6 4365728 rs77534003 G T AF=0.999002 EAS_AF=0.998 EUR_AF=1
6 4365729 rs78257262 A c AF=0.999002 EAS_AF=0.998 EUR_AF=1
6 4365731 rs79387852 A c NA12878=1]1 AF=0.999002 AFR_AF=0.9977  AMR_AF=1 EAS_AF=0.998 EUR_AF=1
Ensembl:

6 4365712 rs386696393 AGTGAGAGGTTAGTAAGARAG CTTTCTTACTAACCTCTCACT CTTTCTTACTAACCTTTCACT intergenic_variant

Template-switch process
chr6:44403373-44403386

Lastz alignment:
GRCh37 TTATTAGCAGTGGTGTGACCAGTGTATTGGACTTTCAARTAGGGCACAACTGCATGGCATCGTCCCCTGGTGGCTGTGGCCTA
HuRef TTATTAGCAGTGGTGTGACCAGTGTATTGGACTTTCAAATATTGCACAACTGCATGGCATCGTCCCCTGGTGGCTGTGGCCTA

Switch process:
Fl: L TTATTAGCAGIGGTGIGACCAGIGTATTGGACTITCARA 1
F3: 4 ATGGCATCGTCCCCTGGTGGCTGTGGCCTA R

RF: TTATTAGCAGTGGTGTGACCAGTGTATTGGACTTTCAAATATTGCACAACTGCATGGCATCGTCCCCTGGTGGCTGTGGCCTAGGGCAAGCCACAAAGCCACTCAGTGATGATGCCAGCAGTTGTGCCCTA

RR:  AATAATCGTCACCACACTGGTCACATAACCTGAAAGTTTATAACGTGTTGACGTACCGTAGCAGGGGACCACCGACACCGGATCCCGTTCGGTGTTTCGGTGAGTCACTACTAS
F2:

Sequencing data:

HuRef

44511301 44511311 44511321 44511331 44511341 44511351 44511361 44511371 44511381 44511391 44511401
GGACAGTCAGTTTATTAGCAGTGGTGTGACCAGTGTATTGGACTTTCARATA »GGGCACAACTGCATGG* CATCGTCCCC» TEETGECTGTGGCCT + AGGGCARGCCACARAGCCACTCA

llCrrrryCrrrrrryCllllllllllllrrrrrrrrrrrrrrrlllll,,,*ttrrrrrrrrrrrrrr'rlllllllll*lrrrrrrrrrrrrrr'llllllllllllrrrrrrrrrrr

R N RN RN

R e R L e R L IR R R PR e R =TT

NA12878

44403331 44403341 44403351 44403361 44403371 44403381 44403391 44403401 44403411 44403421 44403431
GGACAGTCAGTTTATTAGCAGTGGTGTGACCAGTGTATTGGACTTTCAAATAGGGCACAACTGCATGGCATCGTCCCCTGGTGECTGTGGCCTAGGGCAAGCCACAAAGCCACTCAGTGA
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Variation data:

Template-switch process
chr6:105308170-105308190
Lastz alignment:

GRCh37 TCAAACTT. TAAT. TCAAACARATC tAtTgTGCTTTTGTCTTCATTGTAAATAACTTGACAATAGCTTAA
HuRef TCAAACTT. TAAT. TCAAACARATC TATGCTTTTGTCTTCATTGTARATAACTTGACAATAGCTTAA

Switch process:
F1: L TCAAACTTAAAGAGTAATAAAATCAAACARATC 1
F3: 4 TCTTCATTGTARATAACTTGACAATAGCTTAA R
RF:  TCAAACTTAAAGAGTAATAAAATCAAACAAATCCAAAAGCACAATATGCTTTTGTCTTCATTGTAAATAACTTGACAATAGCTTAA
AGTTTGAATTTCTCATTATTTTAGTTTGTTTAGGTTTTCGTGTTATACGAAAACAGAAGTAACATTTATTGAACTGTTATCGAATT

3 GTTTTCGTGTTATACGAAAAC 2

Sequencing data:

HuRef

105414821 105414831 105414841 105414851 105414861 105414871 105414881 105414891 105414901 105414911 105414921
A+TTTTCATATGTCARACTT+ARAGAGTAATAAAATCAAACAAAT +CCAAAAGCATATTGTGCTTTTGTCTTCATTGTAAATAACTTGACAATAGCTTAATTAGTTGTTTTT+CCTGCCG
a
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NA12878

105308131 105308141 105308151 105308161 105308171 105308181 105308191 105308201 105308211 105308221 105308231
ATTTTCATATGTCAAACTTAAAGAGTAATAAAATCAAACAAATCCAAAAGCATATTGTGCTTTTGTCTTCATTGTAAATAACTTGACAATAGCTTAATTAGTTGTTTTTCCTGCCGGGCG
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Variation data:

1kG:
6 105308178 rs62419568 T c NA12878=1]1 AF=0.998802 AFR_AF=0.9955 AMR_AF=1
3 105308180 rs62419569 T A NA12878=1(1 AF=0.998802 AFR_AF=0.9955 AMR_A]
6 105308182 rs62419570 G AT NA12878=1]1 AF=0.998003,0.0008 AFR_AF=0.992,0.003 AMR_AF=1,0
Ensembl:
105308178 rs386704503 TATTG ~ CAATA  upstream _gene_variant

Template-switch process:
chr6:128673556-128673569
Lastz alignment:

GRCh37 AGTTGCACTATCCTATAATTTATTTTTCATTCTGCAACTACCtCtAGEtgcaGATCACTGTACAGTCCAGATTTGATTGCCTCTICCTTGGC
HuRef AGTTGCACTATCCTATAATTTATTTTTCATTCTGCAACTAG----AG-—--GGATCACTGTACAGTCCAGATTTGATTGCCTCTTCCTTGGC

Switch process:
Fl: L TAGTTGCACTATCCTATAATTTATTTTTCATTCTGCAACTA 1

F3: 4 TCACTGTACAGTCCAGATTTGATTGCCTCTTCCTTGGC R
REF: TAGTTGCACTATCCTATAATTTATTTTTCATTCTGCAACTAGAGGGATCACTGTACAGTCCAGATTTGATTGCCTCTTCCTTGGC
RR: ATCAACGTGATAGGATATTAAATAAAAAGTAAGACGTTGATCTCCCTAGTGACATGTCAGGTCTAAACTAACGGAGAAGGAACCG
F2: 3 AGACGTTGATCTCC 2

Sequencing data:
HuRef

128715201 128715211 128715221 128715231 128715241 128715251 128715261 128715271 128715281 128715291 128715301
ATTAAGTGCTTTAGTTGCACTATCCTATAATTTATTTTTCATTCTGCAACTACCTCTAGTTGCAGATCACTGTACAGTCCAGATTTGATTGCCTCTT+CCTTGG CCCTAGTATARAGAT
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NA12878
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ATTAAGTGCTTTAGTTGCACTATCCTATAATTTATTTTTCATTCTGCAACTACCTCTAGT TGCAGATCACTGTACAGTCCAGATTTGATTGCCTCTTCCTTGGCCCTAGTATARAGATAR
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Variation data:

EAS_AF=1

EAS_AF"
EAS_AF=1,0

EUR_AF=1
EUR_AF=1
EUR_AF=1, 0

SAS_AF=1
SAS_AF=1
SAS_AF=1,0




1kG:

6 128673562 rs75499877 GIT G NA12878=1]1 AF=0.96905 AMR_AF=0.9928  EAS_AF=1
6 128673565 rs79440762 GCA G NA12878=1]1 AF=0.96905 AMR_A]
Ensembl:

128673556 rs386705715 CCTCTAGTTGCA GAGG intron_variant

Template-switch process:

chr6:129988189-129988211
Lastz alignment:

GRCh37 AAGTCTTATATGGAATGAGAAAAGTAATCAGTCAATATTGTttCACAATATTGAAGCACTTACARATTATAATACATTTTCATT
HuRef AAGTCTTATATGGAATGAGAAAAGTAATCAGTCAATATTGTGAAACAATATTGAAGCACTTACARATTATAATACATTTTCATT

Switch process:
Fl: L AAGTCTTATATGGAATGAGAAAAGTAATCAG 1

F3: 4 AGCACTTACAAATTATAATACATTTTCATT R
RF:  AAGTCTTATATGGAATGAGAAAAGTAATCAGTCAATATTGT! TATTGAAGCACTTACARATT;

RR: TTCAGAATATACCTTACTCTTTTCATTAGTCAGTTATAACACTTTGTTATAACTTCGTGAATGTTTAATATTATGTAAAAGTAA
F2: 3 AGTTATAARCACTTTGTTATAACT

Sequencing data:
HuRef

130029841 130029851 130029861 130029871 130029881 130029891 130029901 130029911 130029921 130029931 130029941
AAAAAAATTCAAAGTCTTATATGGAATGA « GAAAAGTAATCAGTCAATATTGT TTCACAATATTGAAGCACTTACAAATTATAATACATTTT «CATTTT ATARACTCA*TTTTTTTTAA
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129988151 129988161 129988171 129988181 129988191 129988201 129988211 129988221 129988231 129988241 129988251
AAAAAAATTCAAAGTCTTATATGGAATGAGAAAAGTAATCAGTCAATATTGT TTCACAATATTGAAGCACT TACAAAT TATAATACATTTTCATTTTATAAACTCATTTTTTTTAATCTA
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Variation data:

1kG:
6 129988199 rs78917176 T G NA1287

10 AF=0.515375 .6558  AMR_AI

6 129988201 rs76543028 c A NA12878=110 AF=0.515375 6558 AMR_AI
Ensembl:
6 129988199 rs386705769 TTC GAR intron_variant

Template-switch process
chr6:151077057-151077091

Lastz alignment:

GRCh37 TTAATTTTTAATTTAAAAAAATTTATTTTTTTCCATCTTGTGGTAGATaGaAGCTGC-ATE TACtACAAGAAAAAGCAGAGGGCACTTCTGTTCAGATTATARAR
HuRef TTAATTTTTAATTTAAAAAAATTTATTTTTITCCATCTTGTAGTARAT-GCAGCTTCTATCTACCACAAGARAAAGCAGAGGGCACTTCTGTTCAGATTATARAR

Switch process:
F1l: L TTAATTTTTAATTTAAAAAAATTTATTTTTTTCCA 1

F3: ARAAGCAGAGGGCACTTCTGTTCAGATTATAAAA R
RE: TTAATTTTTAATTTAAAAAAATTTATTTTTTTCCATCTTGTAGTAAATGCAGCTTCTATCTACCACAAGAAAAAGCAGAGGGCACTTCTGTTCAGATTATAAAA
RR:  AATTAAAAATTARATTTTTTTAAAT; CGTCGAAGATAGATGGTGTTCTTTTTCGTCTCCCGTGAAGACAAGTCTAATATTTT
F2: 3 AGAACATCATTTACGTCGAAGATAGATGGTGTTCT 2

Sequencing data:

HuRef
151118711 151118721 151118731 151118741 151118751 151118761 151118771 151118781 151118791 151118801
TTATT+AAAGATTTAA*TTTTTAATTT » *AAAAAAATTTATTTTTTTCCATCTTGTGGTAGATAG, TGC*ATTTACT. #TT*CTGTTCAGATTATAA
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151077011 151077021 151077031 151077041 151077051 151077061 151077071 151077081 151077091 151077101 151077111
TTATTAAAGATTTAATTTTTAATTTAAAAAAATTTATTTTTTTCCATCTTGTGGTAGATAGAAGCTGC + ATTTACTACAAGAAAAAGCAGAGGGCACTTCTGTTCAGATTATARAATTGC
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0.9928  EAS_AF=1

A 0.4654  EAS_AF=0.4365
6 129988200 rs79069340 T A NA12878=110 AF=0.515375 AFR _AF=0.6558  AMR_AF=0.4654  EAS_AF=0.4365
0.4654  EAS_AF=0.4365

EUR_AF=1
EUR_AF=1

EUR_AF=0.4911
EUR_AF=0.4911
EUR_AF=0.4911

SAS_AF=1

SAS_Al
SAS_AF=0.

SAS_AI

4673
4673
4673
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Variation data:

1kG:

6 151077063 rs12662499 G A AF=0.189696
6 151077067 rs71570234 G A NA12878=0]1 AF=0.189696
6 151077069 rs547845548 TA T NA12878=01 AF=0.194289
6 151077072 rs71570235 A c NA12878=01 AF=0.189696
6 151077077 rs71570236 G T AF=0.194289
6 151077078 rs570976626 c et AF=0.194289
6 151077081 rs56028508 T c AF=0.190695
6 151077085 rs12664005 T c AF=0.190695
Ensembl:

6 151077063 rs12662499 G a intron_variant

6 151077067 rs71570234 G A intron_variant

6 151077070 rs547845548 B - intron_variant

6 151077072 rs71570235 A C G intron_variant

6 151077077 rs71570236 G T intron_variant

6 151077079 rs570976626 - T intron_variant

6 151077081 rs56028508 T c intron_variant

6 151077085 rs12664005 T c intron_variant

Template-switch process

chr

995542-9995576

Lastz alignment:
GRCh37 TTAATCACACTAGTCAAATTCTACGTACCCAGTTTTGATAAacagCTTTGagTggggaAgaCARAGaaaaTTAACATTTATTGAGTACATGAACTCTGATAGATATTAAT
HuRef TTAATCACACTAGTCAAATTCTACGTACCCAGTTTTGATAATTTTCTTTGTCTTCCCCACTCARAGCTGTTTAACATTTATTGAGTACATGAACTCTGATAGATATTAAT

Switch process:
Fl: L TTAATCACACTAGTCARATTCTACGTACCCAGTTTTGA 1

F3: 4 ACATTTATTGAGTACATGAACTCTGATAGATATTAAT R
RF:  TTAATCACACTAGTCAAATTCTACGTACCCAGTTTTGATAATTTTCTTTGTCTTCCCCACTCAAAGCTGTTTAACATTTATTGAGTACATGAACTCTGATAGATATTAAT
RR:  AATTAGTGTGATCAGTTTAAGATGCATGGGTCAAAACTATTAAAAGAAACAGAAGGGGTGAGTTTCGACAAATTGTAAATAACTCATGTACTTGAGACTATCTATAATTA
F2: 3 ATTARAAGAAACAGAAGGGGTGAGTTTCGACARAT 2

Sequencing data:
HuRe £
9962021 9962031 9962041 9962051 9962061 9962071 9962081 9962091 9962101 9962111 9962121

TGTTAACATATTTAATCACACTAGTCARATTCTACGTACCCAGTTTTGATAR » ACAGCT TTGAGT( TTAACATTTATTGAGTACAT! TCTG*ATAGATATT
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1kG:
7 9995545 rs375772017 A T AF=0.347045
7 9995546 rs369861234 c T AF=0.345847
7 9995547 rs374096881 A T AF=0.345847
7 9995548 rs377601945 G T AF=0.345248
7 9995554 rs370645709 A T AF=0.339457
7 9995555 rs373504815 G c AF=0.339457
7 9995557 rs377010397 G T AF=0.339657
7 9995558 rs370098976 G c AF=0.339657
7 9995559 rs375592181 G c AF
7 9995560 rs368595406 G c AF
7 9995561 rs370841379 A c AF
7 9995563 rs374276813 G c AF
7 9995564 rs368191675 A T AF
7 9995570 rs182791734 A c AF
7 9995571 rs187117337 A T AF
7 9995572 rs200610288 A G AF
7 9995573 rs201196531 a T AF
Ensembl:
9995545 rs386710176 ACAG TTTT intergenic_variant
7 9995554 rs386710177 AGTGGGGAAGA TCTTCCCCACT intergenic_variant
7 9995570 rs386710178 ARAA cTeT intergenic_variant

Template-switch process

chr

17357034-117357068

Lastz alignment:
GRCh37 GCTCTCTGCGCCCCACCTTCCCACCCACACACAGGTCTTTGECGE tCTCALCEACE cocaagGTgGeTtA
HuRef GCTCTCTGCGCCCCACCTTCCCACCCACACACAGGTCTTTG—

EAS_AF=0.12
EAS_AF=0.12
EAS_AF=0.124
EAS_AF=0.12
EAS_AF=0.124
EAS_AF=0.124
EAS_AF=0.121
EAS_AF=0.121

——CAATCAATCAACATGGTTTGGTGAACAAACCATATATTAC
~TAAGCCACCTTGGGAGTAGATGAGAACGGCAATCARTCARCATGGTTTGGTGAACAAACCATATATTAC

EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0.
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0
EUR_AF=0

.2654
.2654
.2654
.2654
.2604
.2604
.2604
.2604

3449

.2604
.2604
.2604
.2604
2724
2724
2724
2724




Switch process:
F1: L GCTCTCTGCGCCCCACCTTCCCACCCACACACAGGTCT 1

F3: 4 TCAATCAACATGGTTTGGTGAACAAACCATATATTAC R
RF:  GCTCTCT( TTCCCACCCACACACAGGTCTTTGTAAGCCACCTTGGGAGTAGATGAGAACGGCAATCAATCAACATGGTTTGGTGAACAAACCATATATTAC
RR:  CGAGAGA( TGGAAGGGTGGGTGTGTGTCCAGAAACATTCGGTGGAACCCTCATCTACTCTTGCCGTTAGTTAGTTGTACCARACCACTTGTTTGGTATATAATG
F2: 3 AACATTCGGTGGAACCCTCATCTACTCTT T 2

Sequencing data:
HuRef
117144221 117144231 117144241 117144251 117144261 117144271 117144281 117144291 117144301 117144311 117144321

TTTATAATCCTGCTCTCTGCGCCCC*ACCTTCCCACCCACACACAGGTCTTTGCCGTTCTCATCTACTCCCARGGTGGCTTACAATCAATCAACATGGT TTGGTGAACAAACCATATATT
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e ieiiieiiieiieeiieiiee e TR UKLALGLCL L UKKKKK. L. Gttt

I

R annnnnnrn

R NN RN RN RN e

Variation data:

1kG:

Ensembl:
7 117357037 rs386717124 CCGTTCTCATCTACTCCCAAGGTGGCTTA TAAGCCACCTTGGGAGTAGATGAGAACGG TAAGCCACCTTGGGAGTAGATGAGAATGG  intron_variant

Template-switch process
chr7:118367022-118367036

Lastz alignment:
GRCh37 AACAAAAGAAGTGACAACTGAAAGGAGATTARATGGATGtGtAGTAL TTAA-
TGACAACT TTARATGGATT, TAGTT:

GTTATCTCTAGTGRAT

HuRef GG TACTACT: GTTATCTCTAGTGAAT:
Switch process:
F1: L GTCAACARAAGAAGTGACAACTGAAAGGAGATTARATGGATGT 1
F3: 4 GGAACAAAGTTATCTCTAGTGAAT: R
RF:  GTCAACARAAGAAGTGACAACTGAAAGGAGATTARATGGAT-TAAAAGTAGTTAAATACTACT GGAACAAAGTTATCTCTAGTGAAT:
RR:  CAGTTGTTTTCTTCACTGTTGACTTTCCTCTAATTTACCTA-ATTTTCATCAATTTATGATGATGGTTTTCGTCCTTGTTTCAATAGAGATCACTTATTTT
F2: 3 CATCAATTTATGATG 2
Sequencing data:
HuRef
118154211 118154221 118154231 118154241 118154251 118154261 118154271 118154281 118154291 118154301

TAACCTGA+GAAGTCAACAARAGAAGTGACAACTGARAGGAGAT TARATGGATGTGTAGTA TTTAx + 4+ ACTACCAAAAGCAGGAACA ARGT TATCTCTAGTGAATARARRACATA
KWRW S

NA12878

118366971 118366981 118366991 118367001 118367011 118367021 118367031 118367041 118367051 118367061 118367071
TAACCTGAGAAGTCAACAAAAGAAGTGACAACTGARAGGAGAT TAAATGGATGTGTAGTATTTAACT. GGAACAAAGTTATCTCTAGTGAAT: CATAAGCACTGTC
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1kG:

7 118367020 rs370899603 G T AF=0.212061 EAS_AF=0.1935
7 118367021 rs373797747 T A AF=0.212061 EAS_AF=0.1935
7 118367022 rs375625255 G A AF=0.212061 EAS_AF=0.1935
7 118367023 rs370880789 T a NA12878=010 AF=0.212061

Ensembl:

7 118367020 rs370899603 G T intergenic_variant

7 118367021 rs373797747 T a intergenic_variant

7 118367022 rs375625255 G a intergenic_variant

7 118367023 rs370880789 T A intergenic_variant

7 118367032 rs111404281 - AATACT intergenic_variant

Template-switch process:

chr8:3212293-3212315



Lastz alignment:
GRCh37 TTTT: TTAAATAACTACATAGAATTATATACAGt TTAG--~TGATATATATATATCACTAAACTCTCTCTCTCTCTATATA
HuRef TTTT: TTAAATAACTACATAGAATTATATACAGCTTAGTGATGATATATATATATCACTAAACTCTCTCTCTCTATATATA

Switch process:
Fl: L TTTTAACCCAAARATTAAATAACTACATAGAATTATATAC 1

F3: 4 CTAAACTCTCTCTCTCTCTATATA R
RF:  ITTT: TTAAATAACTACATAGAATTATAT, TTAGTGATGATATATATATATCACT: TCTCTCTCTCTATATAT,
RR:  ARAATTGGGTTTTAATTTATTGATGTATCTTAATATATGTCGAATCACTACTATATATATATAGTGATTT TATATAT
F2: 3 ACTATATATATATAGTGATTTGA 2

Sequencing data:

HuRef

3199651 3199661 3199671 3199681 3199691 3199701 3199711 3199721 3199731 3199741 3199751
TTGTTTCAATTTTTT: TTAAATAACTACAT! TTATATACAGTTTAGH « » TGATATATATATATCA*CTAAACTCTCTCTCTCTCTATATATATCTATAGATACATATAT
O
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Variation data:
1KG:
8 3212295 rs2119849 T c NA12878=110 AF=0.442692 AFR_AF=0.3888  AMR_AF=0.5173 EAS_AF=0.3482 EUR_AF=0.505 SAS_AF=0.4959
8 3212299 rs10695606 G GTGA NA12878=010 AF=0.0698882 AFR_AF=0.1339  AMR_AF=0.0576  EAS_AF=0.002 EUR_AF=0.0895  SAS_AF=0.0419
Ensembl:

3212295 rs2119849 T c intron_variant
8 3212300 rs10695606 - TGR intron_variant

Template-switch process

chr8:78174872-78174903

Lastz alignment:
GRCh37 AARATTCTGIGTTACTGGAAAATATAAATAGGTTATAAATTCCCAAATTTATAACCTAT! TATATACATAAATATAAAT
HuRef AAAATTCTGTGTTACTGGAAAATATAAATAGGTTATAAATTTGGGAATTTATAACCTATAAAGAAGTATATACATAAATATARAT

Switch process:

F1: L AARATTCTGTGTTACTGGAAAATATAA 1

F3: 4 AAAGAAGTATATACATAAATATARAT R
RF:  AARATTCTGTGTTACTGGAAAATATAAATAGGTTATAAATTTGGGAATTTATAACCTATAAAGAAGTATATACATAAATATAARAT
RR:  TTTTAAGACACAATGACCTTTTATATTTATCCAATATTTAAACCCTTAAATATTGGATATTTCTTCATATATGTATTTATATTTA
F2: 3 TATCCAATATTTAAACCCTTAAATATTGGATA 2

Sequencing data:

HuRef

78337391 78337401 78337411 78337421 78337431 78337441 78337451 78337461 78337471 78337481 78337491
CATGT: TTCTGTGTTACT*GG: TATAAATAGGTTATAAATTCCCAAATTTATAACCTAT: TATATACATAAATATAAATATTTARATATTGGTTTGTTTGGT
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NA12878
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TTCTGTGTTACTGG. TATAAATAGGTTATAAATTCCCAAATTTATAACCTAT: TATATACATAAATATAAATATTTAAATATTGGTTTGTTTGGTT
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Variation data:

1KG:

8 78174886 rs62517011 c T NA12878=111 AF=0.892971 AFR_AF=0.9228  AMR_AF=0.8602 EAS_AF=0.996
8 78174887 rs62517012 c G AF=0.892971 AMR_AF=0.8602  EAS_AF=0.996
8 78174888 rs62517013 c G AF=0.893171 AMR_AF=0.8602  EAS_AF=0.996
8 78174889 rs62517014 A G NA12878=1]1 AF=0.892971 AMR_AF=0.8602  EAS_AF=0.996
Ensembl:

8 78174886 rs35831480 cccA TGGG intergenic_variant

Template-switch process

chr8:139290452-139290493

Lastz alignment:

GRCh37 AAATTGCT GGATGTAGATCTAGGTGTTCATTGACACGAGAGCE AACTGGCTARGCCTTGGCCTGACACCCAGCCAGGTGATAC

HuRef AAATTGCT GGATGTAGATCTAGGTGTTCATTGACACTATAGCCAACTGGCTAAGCCTTGG-CTGACACCCAGCCAGGTGATAC

Switch process:
F1: L ARATTGCTGCCGAGGATGTAGATC 1
F3: 4 CTGACACCCAGCCAGGTGATAC R



RF:  ABATTGCTGCCGAGGATGTAGATCTAGGTGTTCATTGACACTATAGCCAACTGGCTAAGCCTTGGCTGACACCCAGCCAGGTGATACTGCAACTTTCAGAAGGCTCTTTTGACCCCTTGTGICTGAGARAATTCTTCATCCACTACCTGAAAGTCACAGTGTCATCTGCATGGGTGTCAGCCAAGGCTTAGCCAGT TAGCTCTCGTGTCAATGAACACCTA
RR:  TTTAACGACGGCTCCTACATCTAGATCCACAAGTAACTGIGATATCGGTTGACCGATTCGGAACCGACTGTGGGTCGGTCCACTATGACGTTGAAAGTCTTCCGAG! CTG! TCTTTTAAGAAGTAGGTGATGGACTTTCAGTGTCACAGTAGACGTACCCACAGTCGGTTCCGAATCGGTCAATCGAGAGCACAGT TACTTGTGGAT
F2: 3 CGGTTCCGAATCGGTCAATCGAGAGCACAGTTACTTGTGGAT 2

Sequencing data:
HuRef
139359601 139359611 139359621 139359631 139359641 139359651 139359661 139359671 139359681 139359691 139359701

CTAAGCTGCAAAAATTGCTGCCGAGGATGTAGATCTAGGTGTTCATTGACACGAGAGCTAACTGGCTAAGCCTTGGCCTGACACCCAGCCAGGTGATACTGCAACTTTCAGAAGGCTCTT
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NA12878

139290421 139290431 139290441 139290451 139290461 139290471 139290481 139290491 139290501 139290511 139290521
CTAAGCTGCAARAATTGCTGCCGAGGATGTAGATCTAGGTGTTCATT! GAGCTAACTGGCT: TTGGCCT CCAGCCAGGTGATACTGCAACTTTCAGAAGGCTCTT
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Variation data:

1KG:
8 139290469 rs10093441 G T =111 aF=1 EAS_AF=1 EUR_AF=1
8 139290471 rs62529144 G T 111 aF=1 2 EAS_AF=1 EUR_AF=1 2
8 139290475 rs10111646 T c NA12878=111 ar=1 AMR_AF=1 EAS_AF=1 EUR_AF=1 SAS_AF=1
Ensembl:
8 139290469 rs386730637 GAG TAT intron_variant
8 139290475 rs10111646 T c intron_variant
Template-switch process
chr9:13322919-13322940
Lastz alignment:
GRCh37 CACTGGCCCTTTGGTTTATGACTGAGTCCCAGACTCAGTCA-TAAACCAAAGGGAAGTGGAGGCCACTCCCTGGGGCACTCGTGGTTGT
HuRef CACTGGCCCTTTGGTTTATGACTGAGTCCCAGACTCAGTCAATAAACACAAGGGAAGTGGAGGCCACTCCCTGGGGCACTCGTGGTTGT
Switch process:
F1: L CACTGGCCCTTTGGTTTATGACTGAGTCCCA 1
F3: 4 AAGTGGAGGCCACTCCCTGGGGCACTCGTGGTTGT R
RF:  CACTGGCCCTTTGGTTTATGACTGAGTCCCAGACTCAGTCAAT. TGG TCCCTGGGGCACTCGTGGTTGT

GTGACCGGGAAACCARATACTGACTCAGGGTCTGAGTCAGTTATTTGTGTTCCCTTCACCT TGAGGGACCCCGTGAGCACCAACA

3 GGGAAACCAAATACTGACTCAG 2
Sequencing data:
HuRef
13312881 13312891 13312901 13312911 13312921 13312931 13312941 13312951 13312961 13312971 13312981
TGGGACAGAACCACTGGCCCTTT*GGTTT +ATGACTGAGTCCCAGACTCAGTC AT + »AAACCAAAGGGAAGTGGAGGCCACTCCCTGGGGCACTCGTGGTTGTCACAGCCGCTCCTTT
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R R N R R SRR N R RN
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NA12878

13322881 13322891 13322901 13322911 13322921 13322931 13322941 13322951 13322961 13322971 13322981
TGGGACAGAACCACTGGCCCTTTGGTTTATGACTGAGTCCCAGACTCAGTCATAAACCAAAGGGAAGTGGAGGCCACTCCCTGGGGCACTCGTGGTTGTCACAGCCGCTCCTTTCTCTGT
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Variation data:

Template-switch process

chr9:73792526-73792553

Lastz alignment:

GRCh37 ACATTARAGACCTAAGTTTTCACACATGTARACAGAATCTTgaGTcaTtCatgTAttaGghaaACCtATCTTTTCACATACTTARATATTCAACTTARAAGAAGGCCC

HuRef ACATTAAAGACCTAAGTTTTCACACATGTAAACAGAATCTTAGGTTTTCCTAATACATGAATGACTCATCTTTTCACATACTTAAATATTCAACTTAAAGAAGGCCC

Switch process:
F1: L ACATTAAAGACCTAAGTTTTCACACATGTAAACAGAATCT 1

F3: 4 TCTTTTCACATACTTAAATATTCAACTTAAAGAAGGCCC R
RF:  ACATT TAAGTTTTCACACATGTAAAC: TCTTAGGTTTTCCTAATACATGAATGACTCATCTTTTCACATACTTARATATTCAACTTARAGAAGGCCC
RR:  TGTAATTTCTGGATTCAAAAGTGTGTACATTTGTCTTAGAATC GGATTATGTACTTACTGAGT: GTGTATGAATTTATAAGTTGAATTTCTTCCGGG
F2: 3 ATCCAAAAGGATTATGTACTTACTGAGT 2

Sequencing data:
HuRef

72982301 72982311 72982321 72982331 72982341 72982351 72982361 72982371 72982381 72982391 72982401

CCTACGACTGTACATTAAAGwACCTAAGTTTTCACACATGTAAACAGAATCTTGAGTCATTCATGTATTAGGAAAACCTATCTTTTCACATACTTAAATATTCwAACTTAAAGAAGGCCC
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73792481 73792491 73792501 73792511 73792521 73792531 73792541 73792551 73792561 73792571
CCTACGACTGTACATTAAAGACCTAAGTTTTCACACATGTARACAGAATCTTGAG * * + * + * [CATTCATGTATTAGGARAACCT ~ATCTTTTCACATACTTARATATTCAACTTAAAGA
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Variation data:

1KG:
9 73792526 rs199789606 TG T NA12878=1]1 AF=0.427316 AFR_AF=0.3048 .4856
9 73792534 rs184852415 T A NA12878=111 AF=0.40635 AFR_AF=0.2746 .4597
9 73792539 rs71483597 T a NA12878=111 AF=0.425919 AFR_AF=0.2988 L4841
Ensembl:
73792527 rs386734885 GAGTCATTCATGTATTAGGAAAACCT AGGTTTTCCTAATACATGAATGACTC intron_variant

Template-switch process
chr9:87283156-87283169
Lastz alignment:
GRCh37 ATTACTATATTTTGAACGAGACTCCAACCCATTGCTCTICTCGaGAGAGAAGGATTGCC TTTTT CGGGCAGGAGCT
HuRef ATTACTATATTTTGAACGAGACTCCAACCCATTGCTCTCTCT TTGCCCGCCTTTTTCCCCCGGGCAGGAGCT
Switch process:
Fl: L ATTACTATATTTTGAACGAGACTCCAACCCATTGC 1
F3: 4 AGGATTGCCCGCCTTTTTCCCCCGGGCAGGAGCT R

ATTACTATATTTT GACTCCAACCCATTGCTCTCTCT TTGCCCGCCTTTTT GGAGCT

TAATGATATARAACTTGCTCTGAGGTTGGGT TCTCTTCCTAACGGC ARAA GTCCTCG:

3 AGAGAGAGCTCTCT 2

Sequencing data:
HuRef

86472931 86472941 86472951 86472961 86472971 86472981 86472991 86473001 86473011 86473021
GATCAGTGACTATTACTATA*TTTTGAACGAGAC « TCCAR+CCCATTG  * CTCTCTCGAGAGAGAAGGATTG *CCCG*CC# TTTTTCCCC! *CAGG*AGCTCGGCGAGGCCAGG
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87283111 87283121 87283131 87283141 87283151 87283161 87283171 87283181 87283191 87283201 87283211
GATCAGTGACTATTACTATATTTTGAACGAGACTCC TTGCTCTCT T TTTTT C % «GGGCAGGAGCT GCCAGGAGAGCCGCGC:

T R N s

R N s s

. R R s Ak - R e
reees R RN NS L e
e e G CT LR Frrrrir i 9 Crinsier©
L N NS NN SRR SR LI B R

O o Prriiend

3 PR

Variation data:

EAS_AF=0.5139
EAS_AF=0.506
EAS_AF=0.5139

0.7795  EAS_AF=0.7331

1KG:

9 87283162 rs1659411 G T NA12878=010 AF=0.749601 AFR_AF=0.7413  AMR_AF=0.7795  EAS_AF=0.7351
9 87283163 rs1778953 A c NA12878=010 AF=0.748203 .7398  AMR_AI

Ensembl:

9 87283162 rs35741255 Ga TC upstream_gene_variant

Template-switch process
chr9:122667309-122667335
Lastz alignment:

GRCh37 AAGACCTGAGTTCACAAGGGGCCTCCCAGGTGAATACTTTCEATEGARAGTATT-——-—~TCTATCCAAGATCAGTGACTGATGCCAGCCCAGGCCCCAR
HuRef AAGACCTGAGITCACAAGGGGCCTCCCAGGTGAATACTTTCAATAGARAGTATTCACCTTICTATCCAAGATCAGTGACTGATGCCAGCCCAGGCCCCAR

Switch process:
F1: L AAGACCTGAGTTCACAAGGGGCCTCCC 1

F3: 4 TCTATCCAAGATCAGTGACTGATGCCAGCCCAGGCCCCAA R
RF:  AAGACCTGAGTTCACAAGGGGCCTCCCAGGTGAATACTTTCAATAGAAAGTATTCACCTTTCTATCCAAGATCAGTGACTGATGCCAGCCCAGGCCCCAR
RR:  TTCTGGACTCAAGTGTTCCCCGGAGGGTCCACTTATGAAAGTTATCTTTCATAAGTGGAAAGATAGGTTCTAGTCACTGACTACGGTCGGGTCCGGGGTT
F2: 3 TTATGAAAGTTATCTTTCATAAGTGGA 2

Sequencing data:

HuRef
121707101 121707111 121707121 121707131 121707141 121707151 121707161 121707171 121707181 121707191
GTGGTTCAACAAAGACCTGAGTTCACAAGGGGCCTCCCAGGTGAATACTTTCTATTGARAGTA X  + + + x TTTCTATCCAAGATCAGTGACTGATGCCAGCCCAGGCCCCAAGGCCCTGCA
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NA12878

122667271 122667281 122667291 122667301 122667311 122667321 122667331 122667341 122667351 122667361
GTGGTTCAACARAGACCTGAGTTCACAAGGGGCCTCCCAGGTGARTACTTTCTATTGARAGTA X # + 44« T4 %+ + 4 TTCTATCCAAGATCAGTGACTGATGCCAGCCCAGGCCCCAAGGT
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Variation data:

1KG:

9 122667323 rs7046056 T a 507987 AFR_AF- SAS_AF=0.4888

9 122667326 rs62569069 T a 507987 SAS_AF=0.4888

9 122667333 rs11283633 A& ATTCACCTA, ATTCACCTT .0623,0.4447 AFR AF 0.002,0.6044 SAS_AF=0,0.4847
Ensembl:

9 122667323 rs7046056 T a intergenic_variant

9 122667326 rs62569069 T a intergenic_variant

9 122667334 rs11283633 - TTCACC TTCACCTA TICACCIT intergenic_variant

Template-switch process
chr9:139101513-139101536
Lastz alignment:

GRCh37 TGCTGCCTGIGT: TCCCCCCACTGCTG TCTGCCCTTTCCTGAGGGTGCACCTGAGGCCCACTACCTACAGAGCCCCGGE
HuRef TGCTGCCTGIGT! TCCCCCCACTGCTGCCCCTCTGCC-TTTCTTGAGGGTGCACCTGAGGCCCACTACCTACAGAGCCCCGGE

Switch process:
F1: L TGCTGCCTGTGTGCCCCTCCCCCCAC 1

F3: 4 GGGTGCACCTGAGGCCCACTACCTACAGAGCCCCGGC R
RF:  TGCTGCCTGIGT: T CCACTGCTGCCCCTCTGCCTTTCTTGAGGGTGCACCT TAC GAGCCCCGGH TGGGTGCTATGGACAGTGGGCCTTAGGTGCACCT TCAGGAAAGGGCAGAGGGGCAGCA
RR CGACG TGACGACG TCCCACGTGGACT T TGGAAbA TCGGGGCCGGT TACCTGTCACCCGGAATCCACGTGGAAGTCCTTTCCCGTCTCCCCGTCGT
F2: 3 AGTCCTTTCCCGICTCCCCGTCGT 2

Sequencing data:
HuRef

138241301 138241311 138241321 138241331 138241341 138241351 138241361 138241371 138241381 138241391 138241401
TCTCCGCACAGTGCTGCCTGTGTGCCCCTCCCCCCACTGCT TCTGCCCTTTCCTGAGGGTGCACCT CACTACCTACAGAGCC TGGGTGCTATGGACAGTG
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139101481 139101491 139101501 139101511 139101521 139101531 139101541 139101551 139101561 139101571 139101581
TCTCCGCACAGTGCTGCCTGTGTG*CCCCTCCCCCCACTGCT TCTGCCCTTTCCTGAGGGTGCACCTGAGGCCCACTACCTACAGAGCCCCGGCCACCTGGGTGCTATGGACAGT
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Variation data:

Template-switch process
chr10:3173066-3173095
Lastz alignment

GRCh37 CATGAGCCACCGCGCCCaGCACCATTGTCTTTTAARAAGTTaGGaT--GttACttGTttCtgAgCCaAAtAGATCAAGTARAAAGGGCCTTGGCACTAATTATGTGACAT
HuRef CATGAGCCA CACCATTGTCTTTTAAAAAGTTTGGCTCAGAAACAAGTAAC--ATCCTAACAGATCAAGTARAAAGGGCCTTGGCACTAATTATGTGACAT

Switch process:
F1: L CATGAGCCACCGCGCCCAGCACCATTGTCTTTTAAAAA 1

F3: 4 AGATCAAGTAAAAAGGGCCTTGGCACTAATTATGTGACAT R
RF:  CATGAGCCA GGCACCATTGTCTTTTAAAAAGTTTGGCTCAGAAACAAGTAACATCCT: GATCAAGT; TTGGCACTAATTATGTGACAT
RR:  GTACTCGGT GCCGTGGTAACAG! TTTTT GAGTCTTTGTTCATTGTAGGATTGTCTAGTTCATTTTTCCCGGARCCGTGATTAATACACTGTA
F2: 3 TARACCGAGTCTTTGTTCATTGTAGGATTG 2

Sequencing data:
HuRef
63021 3163031 3163041 3163051 3163061 3163071 3163081 3163091 3163101 3163111 3163121

GGGATTACAGGCATGAGCCACCGCGCCCAGCACCATTGTCTTTTAAAAAGTTAGGATf«GTTACTTGTTTCTGAGCCAAATAGATCAAGTAAAAAGGGCCTTGGCACTAATTATGTGACA
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3173021 3173031 3173041 3173051 3173061 3173071 3173081 3173091 3173101 3173111 3173121
GGGATTACAGGCATGAGCCACCGCGCCCAGCACCATTGTCTTTTAARAAGT TAGGATGT TACTTGTTTCTGAGCCARATAGATCAAGTAAAAAGGGCCTTGGCACTAATTATGTGACATG
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1KG

10 3173069 rs55843967 A T NA12878=010 AF=0.281949 AFR_AF=0.2564  AMR_AF=0.2867 EAS_AF=0.3135 EUR_AF=0.2624  SAS_AF=0.3006
10 3173072 rs71502283 A c AF=0.286142 7 .2911  EAS_AF=0.3185 EUR_AF=-0.2634  SAS_AF=0.3057
10 3173073 rs559301713 T TCA NA12878-010 AF=0.286142 7 -0.2911  EAS_AF-0.3185 EUR_AF=0.2634  SAS_AF=0.3057
10 3173075 rs545894398 T IS NA12878=010 AF=0.286142 7 _? .2911  EAS_AF=0.3185 EUR_AF=0.2634  SAS_AF=0.3057
10 3173076 rs556398577 T IS NA12878=010 AF=0.286142 7 BMR_AF=0.2911 EAS_AF=0.3185 EUR_AF=0.2634  SAS_AF=0.3057
10 3173079 rs576238324 T IS NA1287 AF=0.275759 1 EAS_AF=0.3075 EUR_AF=0.2584

10 3173080 rs542181217 T IS NA1287 AF=0.286142 7 EAS_AF=0.3185 EUR_AF=0.2634

10 3173083 rs561857197 T a NA1287 AF=0.286142 7 EUR_AF=0.2634

10 3173084 rs527528589 T A NA1287 AF=0.286142 7 EUR_AF=0.2634

10 3173085 rs571356269 cre c NA1287 AF=0.286142 7 EUR_AF=0.2634

10 3173089 rs59342418 G T NA1287 AF=0.286142 7 EUR_AF=0.2634

10 3173092 rs71502284 A T NA12878=010 AF=0.279153 9 2 EUR_AF=0.2604

10 3173095 rs4391742 T c NA12878=010 AF=0.283546 EAS_AF=0.3135  EUR_AF=0.2604

Ensembl :

10 3173069 rs386740061 AGGATGTTACTTGTTTCTGAGCCAAAT TGGCTCAGAAACAAGTAACATCCTAAC intron_variant

Template-switch process

chr10:29421801-29421866

Lastz alignment:

GRCh37 ACAAGTGGTCCTTCACTGAAGTCTAACGAAGCTCTGAGCTGCCtct TgtGGet CgTCCLCTTCCTCTtcccat caget cacact GACE GGCAGTACGGATGAAGCTGTGAACAGTARATGGT

HuRef ACAAGTGGTCCTTCACTGAAGTCTAACGAAGCTCTGAGCTGAT TTT CCCTCCCCTTGCTCT AGTACGGATGAAGCTGTGAACAGTAAATGGT
switch process:

F1: L ACAAGTGGTCCTTCACTGAAGTCTAACGAAGCTCTGAG 1

F3: 4 CTGACT TACGGATGAAGCTGT TAAATGGTGACTGT R

RF:  ACAAGTGGTCCTTCACTGAAGTCTAACGAAGCTCTGAGCTGAT TTT GCCACACCCT TTGCTCT TACGGATGAAGCTGT( TARATGGTGACTGT

RR:  TGTTCACCAGGAAGTGACTTCAGATTGCTTCGAGACTCGACTACCCTTCTCCTTCTCCTG TCGGTGT GAGACTCTCCGTCATGCCTACTTCGACACTTGTCATTTACCACTGACA

F2: 3 ACACTCGACTACCCTTCTCCTTCTCCTG TCGGTGT! GAGACTCTCCGTC 2

Sequencing data:
HuRef
29461791 29461801 29461811 29461821 29461831 29461841 29461851 29461861 29461871 29461881 29461891

CTAACGAAGCTCTGAGCTGCCTCTCAGAG TGTGGCT GTCCTCTTCCTCTT TCAGCTCACACTGACTGGCAGTACGG*ATGAAGCTGTGAACAGT «AAR
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29421791 29421801 29421811 29421821 29421831 29421841 29421851 29421861 29421871 29421881 29421891

CTAACGAAGCTCTGAGCTGCCTCTCAGAGC TGTGGCT GTCCTCTTCCTCTT TCAGCTCACACTGACTGGCAGT TGAAGCTGTGAACAGTAAATG
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variation data:

1KG:
10 29421804 rs79160476 c A AF=0.348842 0.3689
10 29421805 rs76004621 c T AF=0.348842 0.3689
10 29421806 rs553927102 T G AF=0.348842 0.3689
10 29421807 rs75469641 c G AF=0.348842 0.3689
10 29421808 rs79664050 T G AF=0.348842 0.3689
10 29421809 rs76398570 c A AF=0.348842 0.3689 2
10 29421826 rs573900913 G T AF=0.0694888 0.0634  EAS_AF=0.1141
10 29421830 rs76542381 c G AF=0.0694888 0.0634  EAS_AF=0.1141
10 29421831 rs80068992 T A AF=0.0694888 _AF=0.0634  EAS_AF=0.1141
10 29421832 rs79284550 c G NA12878=00 AF=0.0694888 AMR_AF=0.0634  EAS_AF=0.1141
10 29421836 rs79645051 IS c NA12878=010 AF=0.0694888 EAS_AF=0.1141
10 29421838 rs559927719 c T NA12878=00 AF=0.000399361
10 29421848 rs527358652 d T AF=0.000199681
10 29421871 rs17565710 c G AF=0.3752
10 29421872 rs2783421 T A AF=0.375998
10 29421902 rs538060193 IS G AF=0.000199681
10 29421928 rs550016766 c T AF=0.000199681
10 29421937 rs571908972 G a AF=0.000199681
10 29421946 rs539006421 G T AF=0.000399361 EAS_AF=0
Ensembl:
10 29421804 rs386742407 cereT TGTGGCT TCCTCTTCCTCTTCCCATCAGCTCACACTGACT AT GTTTGGGAGCCACACCCT TTGCTCTGAGA intergenic_variant
Template-switch process
chr10:30227468-30227486
Lastz alignment:
GRCh37 CAATTATTGGGGCCCAAATAGAATATAGAGATATAGAGCTA------aaAGTAGCTCTATATACTCTTGTCAAGAAAAGTCATTGCAGA
HuRef CAATTATTGGGGTCCAAATAGAATATAGAGATATAGAGCTACTTTTAGCAGTAGCTCTATATACTCTTGTCAAGAAAAGTCATTGCAGA
switch process:
Fl: L CAATTATTGGGGCCCAAATAGAATATAGAGATATAGA 1
F3: 4 ACTCTTGTCAAGAAAAGTCATTGCAGA R
RF:  CAATTATTGGGGT TAGAATATAGAGATAT: TACTTTTAGCAGTAGCTCTATATACTCTTGT TCATTGCAGA
RR:  GITAATAACCCCAGGTTTATCTTATATCTCTATATCTCGATGAAAATCGTCATCGAGATATAT TTCTTTTCAGTAACG
F2: 3 TATATCTCGATGAAAATCG 2
Sequencing data:
HuRef
30267431 30267441 30267451 30267461 30267471 30267481 30267491 30267501 30267511 30267521

ATATCGATTTCCAATTATT*GGGGCCCAAATAGAATATAGAGATA*TAGAGC » » # + * * TAAAAGTAGCTCTATATACTCTTGTCAA *G+ARAAGTCATTGCAGAGCACAGGT T« GAAAX
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30227421 30227431 30227441 30227451 30227461 30227471 30227481 30227491 30227501 30227511 30227521

ATATCGATTTCCARTTATTGGGGCC TAGAATAT; TAT. T; GTAGCTCTATATACTCTTGT! TCATTGC, TTGAAAGTTCTTAACTCTT
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Variation data:

1kG:

Ensembl:
10 30227470 rs5784162 - TACTTT intergenic_variant

Template-switch process
chr10:46341630-46341643
Lastz alignment:

GRCh37 CCAGaATAAATCT! TTTTCTGTT: T, TTT: ~-AGAGCt TCATAGGT. TCCTTTGAGH
HuRef CCAGCATAAATCT! CATTTTCTGTT! T, TTTTAA-AGTAATCAGAGCCTCATAGGT: TCCTTTGAG!

Switch process:
Fl: L CCAGAATARATCT CACATTTTCTGTTAAAGT: 1

F3: 4 GAGCTTCATAGGTAAACTCCTTTGAGAAACCCCAAACACACACAC R
RF:  CCAGCATAAATCTGGAGACACATTTTCTGTTARAGTAAGAATTTTAAAGTAATCAGAGCCTCATAGGTAAACTCCTTTGAGAAACCCCARACACACACAC
RR:  GGTCGTATTTAGACCTCTGTGTAAAAGACAATTTCATTCTTAAAATTTCATTAGTCTCGGAGTATCCATTTGAGGAAACTCTTTGGGGTTTGTGTGTGTG
F2: 3 AAAAGACAATTTCA 2

Sequencing data:
HuRef

45661591 45661601 45661611 45661621 45661631 45661641 45661651 45661661 45661671 45661681
CTGTTAAGTCAC TARAT »CTGGAGACACATTTTCTGTT. T,

R

B o

e T G

NA12878

46341581 46341591 46341601 46341611 46341621 46341631 46341641 46341651 46341661 46341671 46341681
CTGTTAAGTCAC TARATCTGGAGACACATTTTCTGIT: T, CTTTAAC TTCATAGGTAAACTCCTTTGAG. CACACACAACCATTT
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Variation data:

Template-switch process
chr10:51245239-51245257
Lastz alignment:

GRCh37 AGTCACCAGaATARATCTGGAGACACATTTTCTGTTAAAGTtCttACTTTAACAGaAA--AGAGCt TCATAGGTAAACTCCTTTGAGARACCCCARACACA
HuRef AGIC. T, GAGACACATTTTCTGTT; T TTTTAA-AGTAATCAGAGCCTCATAGGTAAACTCCTTTG, C;

Switch process:
F1: L AGTCACCAGAATAAATCTGGAGACACATTTTCTGTTAAAG 1
F3: 4 GAGCTTCATAGGTAAACTCCTTTGAGAAACCCCAAACACACACAC R
RF:  AGTCACCAGCATAAATCTGGAGACACATTTTCTGTTAAAGTAAGAATTTTAAAGTAATCAGAGCCTCATAGGTAAACTCCTTTGAGAAACCCCAAACACACACAC
TCAGTGGTCGTATTTAGACCTCTGTGTAAAAGACAATTTCATTCTTAAAATTTCATTAGTCTCGGAGTATCCATTTGAGGAAACTCTTTGGGGTTTGTGTGTGTG

3 AAAAGACAATTTCATICTT 2

Sequencing data:
HuRef

50915201 50915211 50915221 50915231 50915241 50915251 50915261 50915271 50915281 50915291 50915301
AAAGTCTGTTAAGT TARATCTGGAGACACATTTICT

K....K. K. KKKKK

NA12878

51245191 51245201 51245211 51245221 51245231 51245241 51245251 51245261 51245271 51245281 51245291
ARAGTCTGTTAAGTCACCAGAATARATCTGGAGACACATTTTCTGTTARAGT TCTTACTTTARCAGARAAGAGCT TCATAGGTARACTCCTTTGAGARACCCCARACACACACACACAAC

Variation data:

Template-switch process



chrl0:51987097-51987112

Lastz alignment:
GRCh37 TAGAT: TCACTGC: CAAACAGATACTTG-Ttt Tt gCAGTg-ATGGAGATAACATTGTTAATATTTTTATAGTATTTTARAG
HuRef TAGAT: TCACTGC: CAAACAGATACTTGATGGTCTCAGTACATGGAGATAACATTGTTAATATTTTTATAGTATTTTARAG

Switch process:

Fl: L TAGAT! TCACT! CARACAGATAC 1
F3: 4 GGAGAT. TTGTTAATATTTTTATAGTATTTTARAG R
RF:  TAGAT. TCACTGC CAAACAGATACTTGATGGTCTCAGTACATGGAGAT. TTGTTAATATTTTTATAGTATTTTARAG

RR:  ATCTATTCTTCTCCTAGTGACGTTTTTGTTTGTCTATGAACTACCAGAGTCATGTACCTCTATTGTAACAATTATAAAAATATCATARRATTTC
F2: 3 TAGTGACGTTTTTGIT 2

Sequencing data:

HuRef

51657061 51657071 51657081 51657091 51657101 51657111 51657121 51657131 51657141 51657151 51657161

NA12878

51987051 51987061 51987071 51987081 51987091 51987101 51987111 51987121 51987131 51987141 51987151
CACATTATTAGAT; TCACTGC C: TACTTGTTTTTGCAGTGATGGAGATAACATTGTTAATATTTTTATAGTATTTTAAAGCTTCTAGTGCACAGTGA

PR s e

Crrrinn

Variation data:

Template-switch process:
chr10:72001951-72001968
Lastz alignment:

GRCh37 CGICTTAATCATCGTCTTTCTTATTTCTCATGTTCICTCT TACTGTCTGICTAGGTTATCTCATGGATAT
HuRef CGICTTAATCATCGTCTTTCTTATTTCTCATGTTCTCTCTICT TACTGTCTGICTAGGTTATCTCATGGATAT

Switch process:
Fl: L CGTCTTAATCATCGTCTTTCTTATTTCTCATGT 1

F3: 4 GATACTGTCTGTCTAGGTTATCTCATGGATAT R
RF:  CGTCTTAATCATCGICTTICTTATTICTCATGTTCTCTCTCTCGAGAGAGAGATACTGTCTGICTAGGTTATCTCATGGATAT
RR:  GCAGAATTAGT, TARAGAGTAC. TCTCTCTCTATGAC! TCCAATAGAGTACCTATA
F2: 3 AGAGAGAGAGCTCTCICT 2

Sequencing data:
HuRef

71671921 71671931 71671941 71671951 71671961 71671971 71671981 71671991 71672001 71672011
CTTCATTTCATCGTCTTAATCATCGTC TTT*CTTATTTCTCATGTTCTCTCTCGAGAGAGAGAGATACTGTCT +GTCTAGGTTATCTCATGGATA* TCTTTAGTGTCAACTATCACCTA
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72001911 72001921 72001931 72001941 72001951 72001961 72001971 72001981 72001991 72002001 72002011
CTTCATTTCATCGTCTTARTCATCGTCTITCTTATTTCTCATGTTCTCTCTCGAGAGAGAGAGATACTGTCTGTCTAGGT TATCTCATGGATATCTTTAGTGTCAACTATCACCTAGAGG
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Variation data:

1kG:

10 72001959 rs9415010 G T NA12878=1]1 AF=0.878195
10 72001960 rs9415011 a c NA12878=1]1 AF=0.854034
Ensembl:

10 72001959 rs71187040 GA TC intergenic_variant

Template-switch process
chrll:63682312-63682327
Lastz alignment:

GRCh37 AGAAGCATGCCCAGCGCCTGGCCCGGGGCAAGGGGCAGCTGAGCCTgaGCTGCCCCGGCACCGTTCCACCCCATTCCCAAGTCCCTGG
HuRef AGAAGCAT CTGGCCCGEGGCAAG TCAGGCTC-GCTGCCCCGGCACCGTTCCACCCCATTCCCAAGTCCCTGG

Switch process:

F1: L CAGAAGCAT! GCCTGGCCCGGGGCAAG T 1

F3: 4 GGCACCGTTCCACCCCATTCCCAAGTCCCTGG R
RF:  CAGAAGCAT! TGGCCCGGGGCAAG TCAGGCTCGCTGCCCCGGCACCGTTCCACCCCATTCCCAAGTCCCTGE
RR:  GTCTTCGT TCGCGGACCGGECCCCGTTCCCCGTCGAGTCCGAGCGACGEEGCCGTGGCANGGTGGGGTAAGGGTTCAGGGACT
F2: 3 CCCCGTCGAGTCCGAG 2

Sequencing data:
HuRef
63438841 63438851 63438861 63438871 63438881 63438891 63438901 63438911 63438921 63438931 63438941

TGCTTATGCCAC TGCCCAGCGCCTGECCCGEG! CTGAGCCTGAGCTGCC TTCCACCCC# *ATTCCCAAGTCCCTGGGGGCCAAGGCTCACCTGE
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63682261 63682271 63682281 63682291 63682301 63682311 63682321 63682331 63682341 63682351 63682361
T

TGCTTATGCCAC T GCGCCTGGCCCGEG! GCTGAGCCTGAGCTGCC! CCCCATTCCCAAGTCCCTGGGGGCCAAGGCTCACCTGCTC
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0.8718  EAS_AF=0.8869
0.8458  EAS_AF=0.8631

EUR_AF=
EUR_AF=

8956
.8738

SAS_AF=|

8691
.8344
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Variation data:

1KG:

11 63682312 rsd4375445 G c NA12878=1]1 AF=0.86262 AFR_AF=0.5356  AMR_AF=0.9625
11 63682315 rs34212439 c G NA12878=1]1 AF=0.86262 AFR_AF=0.5356  AMR_AF=0.9625
11 63682318 rs11231638 G c AF=0.789936 AFR_AF=0.3192  AMR_AF=0.9424
other variants:

11 63682317 rs113350066 6 T AF=0.330272

11 63682319 rs57942405 n c AF=0.330272

Ensembl:

11 63682312 rs386754305 GAGCCTGA  CAGGCTC intron_variant

Template-switch process
chr11:73442141-73442164
Lastz alignment:

GRCh37 TATTATATACTGACATTCCTAATTCAC) G TARacacTTACTTGGCCCT: TTAATGGAGGCTTAGGT
HuRef TATTATATACTGACATTCCTAATTCACAAAAGGCCAAGTAAGTGTTTACTTGGCCCTAACAAAAAGAATTAATGGAGGCTTAGGT

Switch process:

Fl: L TATTATATACTGACATTCCTAATTCACAAAA 1

F3: 4 CTAACARRAAGAATTAATGGAGGCTTAGGT R
RF:  TATTATATACTGACATTCCTAATTCACAARAGGCCAAGTAAGTGTTTACTTGGCCCTAACAAAAAGAATTAATGGAGGCTTAGGT
RR:  ATAATATATGACTGTAAGGATTAAGTGTTTTCCGGTTCATTCACAAATGAACCGGGATTGTTTTICTTAATTACCTCCGAATCCA
F2: 3 CCGGTTCATTCACAAATGAACCGG 2

Sequencing data:
HuRef

73119751 73119761 73119771 73119781 73119791 73119801 73119811 73119821 73119831 73119841 73119851
AAACATT+«CTGTTATTATATACTGACATTCCTAATTCACAAAAGGCCAAGTAAACACTTACTTGGCCCTAACAAAAAGAAT TAATGGAGGCTT +AGGTCCACTTCATCTAGCAAATCAAA
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73442101 73442111 73442121 73442131 73442141 73442151 73442161 73442171 73442181 73442191 73442201
ARACATTCTGTTATTATATACTGACATTCCTAATTCAC, TAAACACTTACTTGGCCCT. TTAATGGAGGCTTAGGTCCACTTCATCTAGCAAATCARAGT
TGT
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Variation data:

EAS_AF=0.9623
EAS_AF=0.9623
EAS_AF=0.9563

EAS_AF=0.0794

0.9539  EAS_AF=1
0.9539  EAS_AF=1

1kG

11 73442151 rs61903173 n G NA12878=1]1 AF=0.926518 AFR_AF=0.8185 AMR_AF=0.9524  EAS_AF=1
11 73442152 rs61903174 c T AF=0.927316 AMR_A}

11 73442153 rs61903175 B G AF=0.927316 AMR_A]

11 73442154 rs62763660 c T NA12878=1]1 AF=0.927316 AMR_AF=0.9539  EAS_AF=1
Ensembl:

11 73442151 rs386754952 ACAC GTGT intron_variant

Template-switch process

chr11:109759306-109759342

Lastz alignment:

GRCh37 ATACAAGTTAGACTGITTTTGGCCTGGGATACAGTTAARAAAAtact CTGTATAGGTCAAATTACAGACATGTGTAATTTGACCTATA

HuRef ATACAAGTTAGACTGTTTTTGGCCTGGGATACAGTTAAARATACCTCGTGTATAGGTCARATTACAGACATGTGTAATTTGACCTATA

Switch process:
Fl: L ATACAAGTTAGACTGTTTTTGGCCTGGGA 1

F3: 4 GACATGTGTAATTTGACCTATA R

RF:  ATACAAGTTAGACTGTTTTTGGCCTGGGATACAGTT. TACCTCGTGTATAGGTCAAATT. TGTGTAATTTGACCTAT: TATTTTTTTAACTGTA
RR:  TATGTTCAATCTGACAAAAACCGGACCCTATGTCAATTTTTATGGAGCACATATCCAGTTTAATGTCTGTACACATTAAACTGGATATGTCTCATAAAARAATTGACAT
F2: 3 ACATTAAACTGGATATGTCTCATAAAAAAATTGACAT 2

Sequencing data:
HuRef

109264481 109264491 109264501 109264511 109264521 109264531 109264541 109264551 109264561 109264571 109264581
ATAAAATCTGTATACAAGTTAGACTGTTTTTGGCCTGGGATACAGTTAAAAAAATACTC+ TGTATAGGTCAAATT. TGTGTAATTT( TAT: TATTTTTTTAACTGT

4

NA12878

109759271 109759281 109759291 109759301 109759311 109759321 109759331 109759341 109759351 109759361 109759371
ATAAAATCTGTATACAAGT TAGACTGTTTTTGGCCTGGGATACAGT TAAAAAAATACTCTGTATAGGTCARATTACAGACATGTGTAATTTGACCTAT: TATTTTTTTAACTGTA

EUR_AF=0.9284

EUR_AF=0.9314

SaS, .9928
SAS_ 9928
L9652
5266
5266

SAS_AF=0.9765
Al
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Variation data:

Template-switch process:
chr12:115753415-115753430
Lastz alignment:

GRCh37 GATARAAGGGAAATACTCTGACACAATTCTTATCCTICAGTAagtcT-— ~~TCAGATTATTGGATAACAACTAAATGAAATGGACTGATAC
HuRef GATARAAGGGAAATACTCTGACACAATTCTTATCCTCAGTAGACTTACTGAGGATATCAGATTATTGGATAACAACTAAATGARATGGACTGATAC

Switch process:
Fl: L GATAAAAGGGAAATACTCTGACACAATTCT 1

F3: 4 TCAGATTATTGGATAACAACTAAATGAAATGGACTGATAC R
RF:  GATAAAAGGGAAATACTCTGACACAATTCTTATCCTCAGTAGACTTACTGAGGATATCAGATTATTGGAT TAAATGAAATGGACTGATAC
RR:  CTATTTICCCTTTATGAGACTGTGITAAGAATAGGAGTCATCTGAATGACTCCTATAGTCTAATAACCTATTGTTGATTTACTTTACCTGACTATG
F2: 3 TCTGAATGACTCCTAT 2
Sequencing data:
HuRef

114237761 114237771 114237781 114237791 114237801 114237811 114237821 114237831 114237841 11423785
TAAT+C: T TACTCTGACACAATTCTTATCCTCAGTA® » # % % & &« *AGTCT T *CAGATTATTGGATAACAAC+ TARATGAAATGGACTGATACAATTAATATT
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115753381 115753391 115753401 115753411 115753421 115753431 115753441 115753451 115753461 115753471
TAATCAAGARAGATAAAAGGGAAATACTCTGACACAATTCTTATCCTCAGTAAGTCT # + # % + %  # » + [CAGATTATTGGATAACAACTAAATGARATGGACTGATACAATTAATATTAA
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Variation data:

1kG:

12 115753427 rs552739566 G c AF=0.278754 L0212 AMR_AI EAS_AF=0.5526  EUR_AF;
12 115753430 rs60569106 T TGAGGATA NA12878=1/0 AF=0.282748 L0197  AMR_AF=0.2233 EAS_AF=0.5744  EUR_AF=
Ensembl:

12 115753426 rs71305652 AGTCT  GACTTACTGAGGATA intergenic_variant

Template-switch process:
chr12:130252986-130253045

Lastz alignment:

GRCh37 GGAGAATGTGGTTTTTAATTTTTTAAGGACGGTTCCTTAAAAaTTTAAGGAACCATCCTTAARAAATTARAAGTAGAATTAAT
HuRef GGAGAATGTGGTTTTTAATTTTTTAAGGACGGTTCCTTAAATTTTTAAGGAACCGTCCTTAARRAATTARAAGTAGAATTAAT

Switch process:
Fl: L GGAGAATGTGGT 1

F3: 4 GTAGAATTAAT R
RF:  GGAGAATGTGGTTTTTAATTTTTTAAGGACGGTTCCTTAAATTTTTAAGGAACCGTCCTT! TT. T TTAAT
RR:  CCTCTTACACCAAARATTAAAAAATTCCTGCCAAGGAATTTAAAAATTCCTTGGCAGGAATTTTTTAATTTTCATCTTAATTA
F2: 3 AAAATTAAAAAATTCCTACCAAGGAATTTAARAATTCCTTGGCAGGAATTTTTTAATTTT 2

Sequencing data:
HuRef

128818921 128818931 128818941 128818951 128818961 128818971 128818981 128818991 128819001 128819011 128819021
CATTGTGGTGAGGAGAATGTGGTTTTTAATTTTTTAAGGACGGTTCCTTAAAAATTTAAGGAACCATCCTTARAARATT; GTAGAATTAATATATGATTTAGGAGTTCTACTTCTAG
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130252971 130252981 130252991 130253001 130253011 130253021 130253031 130253041 130253051 130253061 130253071
CATTGTGGTGAGGAGAATGTGGTTTTTAATTTTTTAAGGACGGTTCCTTAAAAATTTAAGGAACCATCCTTARAARATT; GTAGAATTAATATATGATTTAGGAGTTCTACTTCTAG
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Variation data:

1kG:
12 130253015 rs74654368 a T AF=0.844449

12 130253016 rs74345567 a T AF=0.844249

12 130253028 rs4760009 a G NA12878=1]1 AF=0.953275

Ensembl:

12 130253015 rs74654368 B T intron_variant

12 130253016 rs74345567 n T intron_variant

12 130253028 rs4760009 A G intron_variant

Template-switch process
chr12:133652922-133652951
Lastz alignment:

GRCh37 CTAATAGAAAAGTGATTCATAGCAAAATAATGTTTCATAGCC(tCGCTATGAA - - AGAAGATAGACACTAGTCAATGATCAGTTTCATATTATCA
HuRef CTAAT; TGATTCATAGC. TAATGTTTCAT: CTATGAAACATTATTTCACAGAAGATAGACACTAGTCAATGATCAGTTTCATATTATCA

Switch process:
Fl: L CTAATAGAAAAGTGATTCATAGCA 1

F3: 4 GAAGATAGACACTAGTCAATGATCAGTTTCATATTATCA R
RF:  CTAAT TGATTCATAG TAATGTTTCAT: TATGAAACATTATTTCACAGAAGATAGACACTAGTCAARTGATCAGTTTCATATTATCA
RR:  GATTATCTTTTCACTAAGTATCGTTTTATTACAAAGTATCGTTTCCGATACTTTGTAATARAGTGTCTTCTATCTGTGATCAGTTACTAGTCARAGTATAATAGT
F2: 3 AAAGTATCGTTTCCGATACTTTGTAATAAA 2

Sequencing data:
HuRef

132162961 132162971 132162981 132162991 132163001 132163011 132163021 132163031 132163041 132163051
ACATAGGAC*TCCTAATAGAAAAGTG*ATTCATAGCARAATARTGTTTCATAGCCTTTGCTATGAR K+ 44+ 44+ + + + * AGAAGATAGACACTAGTCAATGATCAGTTTCATATTATCATA
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NA12878

133652891 133652901 133652911 133652921 133652931 133652941 133652951 133652961 133652971 133652981
ACATAGGACTCCTAATAGAAAAGTGATTCATAGCAAAATAATGTTTCATAGCCTTTGCTATGAA-o-...'..---AGAAGATAGACACTAGTCAATGATCAGTTTCATATTATCATAAA
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Variation data:

1KG:

Ensembl:

12 133652939 rs116487297 c A upstream_gene_variant
12 133652940 rs143174818 T IS upstream_gene_variant
12 133652941 rs115997651 T a upstream_gene_variant
12 133652942 rs201418856 T G upstream_gene_variant
12 133652951 rs138348445 - BCATTATTTCAC CATTATTTCAC  upstream_gene_variant

Template-switch process
chr13:113111734-113111749

Lastz alignment:

GRCh37 CCACCTACACATTAATACCACTCTGGTTAT: TTGT! TARATTTGGGAAT! CAGGTGGCCTTGG
HuRef CCACCTACACATTAATACCACTCTGGTTATAGGGACATTGT* TARATTTGGGAAT! CACAGGTGGCCTTGG
Switch process:

F1: L CCACCTACACATTAATACCACTCTGGTTATAGGGACAT 1

F3: 4 AAATAAATTTGGGAATGAAAACACAGGTGGCCTTGG R

RF:  CCACCTACACATTAATACCACTCTGGTTATAGGGACATTGTATGCAGAAAATAAATTTGGGAAT! GCCTTGG

RR:  GGTGGATGTGTAATTATGGTGAGACCAATATCCCTGTAACATACGTCTTTTATTTAAACCCTTACTTTTGTGTCC: CCGGAACC

F2: 3 AGACCAATATCCCTGT 2

Sequencing data:
HuRef

112159691 112159701 112159711 112159721 112159731 112159741 112159751 112159761 112159771 112159781 112159791
ACACAACTGTGCCACCTACACATTAATACCAC* TCTGGTTAT, TTGTCCCTATAACCAG TAAATTTGGGAATG, CACAGGTGGCCTTGGTCGGGCAGGECCGECT
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NA12878

113111691 113111701 113111711 113111721 113111731 113111741 113111751 113111761 113111771 113111781 113111791

ACACAACTGTGCCACCTACACATTAATACCACTCTGGTTAT, TTGTCCCTATAACCAG TAAATTTGGGAATG, CACAGGTGGCCTTGGTCGGGCAGGGCCGGCCAGE
.................................................... S
................... B

R R L N R N N ST SR PR RN

R R R R R N ST R R PR RN

P R < IR

R R R R T T

R A L A N N N R NN R NN RN R AN

R

R R N N N R S R N R R RN .

R R R R RN RN RN RN R AN

A F L L S TT TN

i G e R s

R NN NN N NN N RN N RN R sieiit
................................................... B R

EAS_AF=0.6855
EAS_AF=0.6855
EAS_AF=1




Variation data:

1KG:

13 113111735 rs68160277 GTCCC G NA12878=111 AF=0.901957 AFR_AF=0.6498  AMR_AF=0.3726
13 113111742 rs72442346 TAR NA12878=111 AF=0.901158 L6475  AMR_AF=0.9726
13 113111745 rs77887705 c G NA12878=1]1 AF=0.901558 6483 AMR_AF=0.9726
Ensembl:

13 113111737 rs386774949 CCCTATAAC ATG intergenic_variant

Template-switch process

chr14:31692897-31692925

Lastz alignment:

GRCh37 CCTGAACACTTGICTAT: GGTGGATAAATT. TTCTAATTTATCCTGAGATARATTAGAGCCTGGGGAATAG

HuRe f

Switch process:

CCTGAACACTTGTCTATAAAACCAAGGTGGATARATTAGAATTTTTCTAATTTATCCTGAGATARATTAGAGCCTGGGGAATAG

4 TGAGATAAATTAGAGCCTGGGGAATAG R

TTAAATAGGACTCTATTTAATCTCGGACCCCTTATC

F1: L CCTGAACACTTGTCTATAAAACCAAGGT 1
F3:

RF:  CCTGAACACTTGTCTATAAAACCAAGGTGGATAAATTAGAATTTTTCTAATTTATCCTGAGATAAATTAGAGCCTGGGGAATAG
RR:  GGACTTGTGAACAGATATTTTGGTTCCACCTATTTAATCTTAAAAAGA

F2: 3 CCTATTTAATCTTAAARAGATTAAATAGG 2

Sequencing data:

HuRef
30762611 30762621 30762631 30762641 30762651
GCCATACATTACCTGAACACTTGTCTAT; CC*+AAGGTGGAT:

30762661
TTCTAATTTATCCTGA*G*ATARATTAGAGCCT +GGGGAATAGTATTATATTTACTAGGTARA

e - T

Lokl LTT

R R R R R R R s T

R R R R R s T

NA12878

31692861

31692871 31692881 31692891 31692901

T..

Perrieriin i BEE L,
PO & ¢ S

R R R R RPN R N U RS R a T
T

31692911

30762671 30762681 30762691 30762701 30762711

31692921

31692931

31692941 31692951

31692961

EAS_AF=1
EAS_AF=1
EAS_AF-1

LTTT
LTTT

CeelTLLlT

D

PR e E i r e EEE

Serrreciineinn ittty

Perrreiiiiiiiiirait
P « &

Prrrrecrrriirrrr e tEE,

P ey s EEE
Py EEE
Variation data:

1kG:

14 31692910 rs79137227 n T

14 31692911 rs61995490 A T

14 31692912 rs61995491 N T
Ensembl:

14 31692910 rs66546377 BAR TTT

. LTTT....

R R R R N N R S R RN SR TS
R R R N R NS RS S NS SR PRI

R e N N R S S SN SR

NA12878=1]1 AF=0.991214 AFR_AF=0.969 AMR_AF=0.9957
NA12878=1]1 AF=0.991214 AFR_AF=0.969
NA12878=1]1 AF=0.991214

R S N R N R S SRR

Ferdre i i rs vrrreeCorris i i Corriiny

R RN L I R AL P S SR AN

N

intergenic_variant

EAS_AF=1
EAS_AF=1
EAS_AF-1

Template-switch process
chr14:39602394-39602418

Lastz alignment:

TATATATTTATTATATAT

EUR_AF=0.996

SAS_AF=0.9949

EUR_AF=1

TACATATTCACTACAGTT:

SAS_AF=1

TATAT;

TACATATAT

TATATATATATATATTCATCACTGTACAGTTAAGACACAGGATTCTTATTGTTCC

GRCh37 TCTATATATATCCTCACATATATTGTATGCATTATAT TAAGAATCCTGTGTCTTGACTACAGTGATARATATATTT
HuRef TCTATATATATCCTCACATATATTGTATGCATTATAT TAAGAATCCTGTGTCTTGACTACAGTGATARATATATTT
Switch process:
F1: L TCTATATATATCCTCACATATATTGTATGCATTATATAG 1
F3: 4 GACTACAGTGATAAATATATTT R
RF:  TCTATATATATCCTCACATATATTGTATGCATTATAT CATAAGAATCCTGTGTCTTGACTACAGTGATAAATATATTTATTCATATATGTATATT.
RR: GATATATAT; TGTATATAACATACGTAATATATCTCTCCTTGGTATTCTTAGGACACAGAACTGATGTCACTATTTATATAAATAAGTATATACATATAATTATATAT:
F2:
Sequencing data:
HuRef
38672101 38672111 38672121 38672131 38672141 38672151 38672161 38672171 38672181 38672191

TTCATATATATTCTATATATATCCT!

R e L - I
R L - ]
R e L ]
R TR L I
R AR N L TN LE

NA12878

39602351
TTCATATATATTCTAT.

39602361
TATATCCT!

39602371 39602381

=

39602391
CATATATTGTATGCATTA*+TAT+AGAG*

TAATATATACTTATGTATAAGTGATGTCAATTCTGTGTATATATTATGTATATACTTATATATATATATATAAGTAGTGACATGTCAATTCTGTGTCCTAAGAATAACAAGG

N N SN S PP R RPN AN
T

R L N N N AR NN R AN

39602401 39602411 39602421 39602431 39602441
CAAT! TCCTGTGTCTTGACTACAGTGATAAATATATTTATTCATATATGTATAT

T N N Cowl

R R R R A TR L IR

R R RN R A T L T

R RY: TR

R AT T L C IR e

=

............................................. wx. . .BAG. ...

FGr e ¥R AT R,
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R R AR L NPT
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D T LT
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srreri i idn,

Prrrre G e e oGSt

3 TTCTGTGTCCTAAGAATAACAAGG



Variation data:

1kG:

14 39602391 rs10677580 T TAG NA12878=111 AF=0.795327 AFR_AF=0.6415 AMR_AF=0.7349  EAS_AF=0.9435
14 39602400 rs71204288 n c NA12878=0]0 AF=0.187101 AFR_AF=0.0091  AMR_AI

Ensembl:

14 39602396 rs59803773 - AG intron_variant

14 39602400 rs71204288 A c intron_variant

Template-switch process:
chr14:42277232-42277262
Lastz alignment:

GRCh37 GGTGATTTAAAATGTGCTGTTTAAAGTTTGATACCTTAATALCCtACAGTGCAAATALGT T CCCAGGATTAGC
HuRef GGTGATTTAAAATGTGCTGTTTAAAGTTTGATACCTTAATAACTAACAGTGCAAATAGGTAGTCACGCTAACCCCCAGGATTAGC

Switch process:
Fl: L GGTGATTTAAAATGTGCTGTTTAAAGTTTGATACCTTAAT 1

F3: 4 CCCCCAGGATTAGC R

RF: GGTGATTTAAAATGTGCTGTTTAAAGTTTGATACCTTAATAACTAACAGTGCAAATAGGTAGTCACGCTAACCCCCAGGATTAGCTTGTCTACATATTTGCACTGTAGGAT
R: CCACTARATTTTACACGACAAATTTCAAACTATGGAATTATTGATTGTCACGTTTATCCATCAGTGCGATTGGGGGTCCTAATCGAACAGATGTATAAACGTGACATCCTA
F2: 3 AATCGAACAGATGTATAAACGTGACATCCTA 2

E

Sequencing data:
HuRef

41346931 41346941 41346951 41346961 41346971 41346981 41346991 41347001 41347011 41347021 41347031 41347041
ATGAGCTATTTGGTGATTTARAATGTGCTGTTTARAGTTTGATACCTTAATATCCTACAGTGCARATATGT. TAACCCCCAGGATTAGCTTGTCTACATATTTGCACTGTAGG

P 8

e Srrerrsars sy CRCC,

R A R N R N N N R R RN RN NN AN

R L R N s R R R NS SR ST PSR R RN AN

NA12878

42277181 42277191 42277201 42277211 42277221 42277231 42277241 42277251 42277261 42277271 42277281 42277291

ATGAGCTATTTGGTGATTTARAATGTGCTGTTTARAGTTTGATACCT TAATATCCTACAGTGCAAATATGTAGACAAGCTAACCCCCAGGATTAGCTTGTCTACATATTTGCACTGTAGG

Y JO e

P« BN N

B

ririres R Frdrreiri i

Variation data:

Template-switch process:
chr15:36259779-36259809
Lastz alignment:

GRCh37 AAAGGAATTACTTAAGAATAACACARACCACCATGAACATGCTTACAC TcaAAt CATGAGTGGATTATATGAAGATTGATTTAGTTTGGTTATC
HuRef AAAGGAATTACTTAAGAATAACACAAACCACCATGAACATGATTTGACTTCCCCCTTGTGTAAGCATGAGTGGATTATATGAAGATTGATTTAGTTTGGTTATC

Switch process:
Fl: L GGAATTACTT, T CCACCATGAA 1

4 AGTGGATTATATGARGATTGATTTAGTTTGGITATC R
GGAATTACTT; CCACCATGAACATGATTTGACTTCCCCCTTGTGTARGCATGAGTGGAT TATATGAAGAT TGATTTAGTTIGGTTATC
TTTCCTTAATGAATTCTTATTGTGTTTGGTGGTACTTGTACTARACTY CATTCGTACTCACCTAATATACTTCTAACTAAATCAAACCAATAG
3 GTACTAAACTGAAGGGGGAACACATTCGTAC 2

Sequencing data:
HuRef
34047031 34047041 34047051 34047061 34047071 34047081 34047091 34047101 34047111 34047121 34047131

ATTGAAAATGC. TTACTTAAGAATAACACAAAC! TGAACATGCTTACAC TCAAATCATGAGTGGATTATATGAAGATTGATTTAGTTTGGTTATCARATA
S A o

R L = T oLt P L P R RN S N T N P P P PR R TR

R L = T oLl P L P RN T S RN S N T N P P P PR R PRI

NA12878
36259731 36259741 36259751 36259761 36259771 36259781 36259791 36259801 36259811 36259821 36259831
ATTGAARATGC TTACTTAAGAAT: Ci TGAACATG+ » #  * *CTTACACAAGGGGGAAGTCAAATCATGAGTGGATTATATGAAGATTGATTTAGT TTGGTTAT

. o MUMLMEKLK.K
.ATTTGA...C.C.CTT.T.T

T T T e

Per ey I

FE LS TRTUL JUD, B

...... P 7 S e A
T T o L N T
e e ATTTGAL L CLCLCTTL T T s e h KA ¥ KK 4 ettt te et ettt et e

T T o L N T

Variation data:

1kG:
15 36259782 rs201354791 G GATTTGA NA12878=1]0 AF=0.0617013 AFR_AF=0.0862  AMR_AF=0.0706
15 36259786 rs539108236 a c NA12878=110 AF=0.061901 AFR_AF=0.0862

15 36259788 rs557202784 a c NA12878=110 AF=0.0579073 AFR_AF=0.0794

15 36259790 rs575792245 n c AF=0.061901

15 36259791 rs542893863 n T AF=0.0579073

15 36259792 rs561528121 G T AF=0.061901

15 36259794 rs573583315 G T AF=0.061901

15 36259796 rs540208282 T AF=0.061901

15 36259799 rs575438259 GTCAAAT G NA12878=110 AF=0.061901 .0862  AMR_AF=0.0692
Ensembl:

15 36259783 rs386783006 CTTACACAAGGGGGAAGTCARAT  ATTTGACTICCCCCTTGTGTAAG intron_variant

=0.2017  EAS_AF=0.2331

EAS_AF=0
EAS_AF=0
EAS_AF=0
EAS_AF=0
EAS_AF=0
EAS_AF=0
EAS_AF=0
EAS_AF=0
EAS_AF=0

EUR_AF=0.8479
EUR_AF=0.2793

EUR_AF=0.1173
EUR_AF=0.1203
EUR_AF=0.1123

EUR_AF=0.1203

SAS_AF=0.8395
SAS_AF=0.2751

SAS_AF=0.0286
SAS_AF=0.0276
SAS_AF=0.0266
0276
L0266




Template-switch process
chr15:65337095-65337109

Lastz alignment:
GRCh37 GCGAGACTCCATCT!

~—~GGCTTATTTC: CTAAACC,

HuRef GCGAGACTCCATCT!

T TCCTTG
TGGGGCTTATTTCACAT, CCACTCCTTGCTAARACC,

Switch process:
F1: L GCGAGACTCCATCTCAAAAAAAAAAAAAAAAAAAARA 1
F3:

RF:  GCGAGACTCCATCT

RR:  CGCTCTGAGGTAGAGTTTTTTTTTTTTTTTTTTITTITT
F2:

Sequencing data:

HuRef
63124101 63124111 63124121 63124131 63124141
TGGGTGACACAG TCCATCT

) T. CCACTCCTTGCTAAACCAACAA R
TGGGGCTTATTTCACAT; TCCTTGCTAAACCAAC
CACCCCG GTGTATT T CGATTTGGTTGTT

3 TATTCGGGTGAGGAA 2

63124151 63124161 63124171 63124181 63124191

T+GGG**CTTATTTCACATAAGCCCA ++CT++ *CCTTGCTARACCAACAATGATTGCCTAAGA

R T R e P - R S N R R SR TR

R L= e P S S SR SRS TS

NA12878

65337051 65337061 65337071 65337081 65337091 65337101 65337111 65337121 65337131 65337141 6533715
TGGGTG+ACAC. TCCATCT* TGGGCTTATTT T CCACTCCTTGCT TGATTGCCTAAGATGCACGGA
, R N N N N RN NN

R R T N N R N N NN R TR F PR
R R R NN S R PR
B O e e PERTP

Variation data:

e PArsriiiii i

Template-switch process
chr15:70584124-70584137

Lastz alignment:
GRCh37 AGGGGCTCCCCAAGCACCTTCTGCACACCTAGCGCTGATCT

JGGCAGGGACACAGC

TGTCT! TCTGGGTT

HuRef AGGGGCT AGCACCTTCTGCACACCTAGCGCTGATCTT

Switch process:
F1: L AGGGGCTCCCCAAGCACCTTCTGCACACCTAGCGCTGAT 1

T

GGGACACAGCCAGACTGTCTGCCCCAAATCTGGGTT

F3: 4 ACAGCCAGACTGTCTGCCCCARATCTGGGTT R
RF:  AGGGGCT GCACCTTCTGCACACCTAGCGCTGATCTTGTGGCAGGGACACAGCCAGACTGTCTGCCCCARATCTGGGT TAGTCCARAGTTGGAGCAGACAGACAAGGTCCCTGCCCCCAG
RR:  TCCCCG TTCGTGGAAGACGTGTGGATCGCGACT. CGTCCCTGTGTCGGTCTGACAGA TTTAGACCCAATCAGGTTTCAACCTCGTCTGTCTGTTCCAGGGACGGGGGTC
F2: 3 CAGGGACGGGGGTC 2
Sequencing data:
HuRef

68371131 68371141 68371151 68371161 68371171 68371181 68371191 68371201 68371211 68371221 68371231
ATCGATGCAGCAGGGGCTCCCCAAGCACCTTCTGCACACCT TGAT*CTx+ +AGCCAGACTGT » CTGCCCCAAATCTGGGTTAGTCCARAGT TGGAGCAGA

R e R R RN NN S P S ST NP RN R RN AN

o e R i

R R R R RN VR RS VS S ST PR SRR AN

NA12878

0584081 70584091 70584101 70584111

e Tk

70584121

LGTC. *T.GGG. vt vvennnnn Bovviiinnn. s

warToLL

R R R S N S N R AR

70584131 70584141 70584151 70584161 70584171 705841

ATCGATGCAGCAGGGGCTCCCCAAGCACCTTCTGCACACCTAGCGCTGATCTGGGGGCAGGGACACAGCCAGACTGTCTGCCCCARATCTGGGTTAGTCCARAGT TGGAGCAGACAGACA

R

celTaal

e R L R S SR S SRR
Prrrre e S N R NS ST SR SRR RN
. N T« N

R R R R R R

Y « S

Variation data:

Template-switch process
chr15:72960868-72960885

Lastz alignment:

GRCh37 AGTTTAAAGACAGTTTGAGTCCAATTTAGACCCTCGGGCTAGaAATCATACCACTGTTAATTAGCCACCTTATTTGGTCTAAC

HuRef

Switch process:

AGTTTAAAGACAGTTTGAGTCCAATTTAGACCCTCGGGCTAAGAATCATACCACTGTTAATTAGCCACCTTATTTGGTCTAAC

F1: L AGTTTAAAGACAGTTTGAGTCCAATTTAG 1
F3: 4 ATACCACTGTTAATTAGCCACCTTATTTGGTCTAAC R
RF: GATTTCTAGCCCGAGGGTTTAAAATGGACTTCAAGICCTGTTCTTGCCTTTTATTTTCTGAACTTTGCCACTTTTGCATTCTTTGAGT TCAGTTTAAAGACAGT TTGAGTCCAATTTAGACCCTCGGGCTAAGAATCATACCACTGT TAATTAGCCACCTTATTTGGTCTAAC
RR: CTAAAGATCGGGCTCCCAAATTTTACCTGAAGTTCAGGACAAGAACGGAAAATAAAAGACTTGAAACGGTGAAAACGTAAGARACTCAAGTCARATTTCTGTCAAACTCAGGTTARATCTGGGAGCCCGATTCTTAGTATGGTGACAATTAATCGGTGGAATARACCAGATTG
F2: 3 CTAARGATCGGGCTCCCA 2

Sequencing data:
HuRef

70747881 70747891 70747901 70747911 70747921

5

0747931 70747941 70747951 70747961 70747971 70747981



TCTTTGAGTTCAGTTTAAAGACAGTTTGAGTCCAATTTAGACCCTCGGGCTAGAAATCATACCACTGTTAATTAGCCA * # +CC+ TTATTTGGTCTAACAG# TTTTTC+ TTTATAATTCT

ferr*eiseniiiiiiiienss

NA12878

72960831 72960841 72960851 72960861 72960871 72960881 72960891 72960901 72960911 72960921 72960931
TCTTTGAGTTCAGTTTAAAGACAGTTTGAGTCCAATT TAGACCCTCGGGCTAGAAATCATACCACTGTTAATTAGCCACCTTATTTGGTCTAACAGT TTTTCTTTATAATTCTGARACTG

CiCLGT. it GG
CoviCutinnnnn

R P

Y N Y P Y Y SN

R e e E e R e ey,

Variation data:

Template-switch process
chr15:78427835-78427877
Lastz alignment:

GRCh37 TTTTAAAATTTGGAAGGAAAACAGGAATAAATGCTACCAAGtgCTCt-TTGGGATgaGAGGTCATCTTgaCCTGCTGCCCAAGTGCTCGTTTGTGAT
HuRef TTTTAAAATTTGGAAGGAAAACAGGAATAAATGCTACCAAGGCCTCCCATTGGGATATGAGGTCATCTTTCCCTGCTGCCCAAGTGCTCGTTTGTCAT

Switch process:
F1: L TTTTAAAATTTGGAAGGAAAACAGGAA 1

F3: 4 CCTGCTGCCCAAGTGCTCGITTGTGAT R

RF:  TTTTARAATTT! GGAATAAATGCT. TCCCATTGGGATATGAGGTCATCTTTCCCTGCTGCCCARGTGCTCGTTTGTCATGATGATGCACTTTGTGATCAAGATGACCTCTCATCCCAGAGAAGCACTTGGTAGCATTTA
RR:  AAAATTTTAAACCTTCCTTTTGTCCTTATTTACGATGGTT GGGTAACCCTATACTCCAGT: GACGGGTTCAC TACTACTACGTGAAACACTAGTTCTACTGGAGAGTAGGGTCTCTTCGTGAACCATCGTARAT
F2: 3 AGTTCTACTGGAGAGTAGGGTTTCTTCGTGAACCATCGTAAAT 2

Sequencing data:
HuRef

76214861 76214871 76214881 76214891 76214901 76214911 76214921 76214931 76214941 76214951 76214961
AATGAAGTTTATTTTAAAATTTGGAAGGAAAACAGGAATAAATGCTACCAAGTGCT + TCTTTGGGATGAGAGGTCATCTTGACCTGCTGCCCAAGTGCTCGTTTGTGATGATGATGCACT

Ferreii i, et e i Ca e e Sy

O o o S L O

NA12878

78427801 78427811 78427821 78427831 78427841 78427851 78427861 78427871 78427881 78427891 78427901
AATGAAGTTTATTTTAAAATTTGGAAGGAAAACAGGAATAAATGCTACCAAGTGCTTCTTTGGGATGAGAGGTCATCTTGACCTGCTGCCCAAGTGCTCGTTTGTGATGATGATGCACTT

R I )
R R NN NN A R NN R NN
L R RN

. R R N R N RN N RN
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R I R L R R R Tk IR R R LAY

R R R RE LI T R ST PSR RS SRS

........... Gurrnnt Sererr
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R N NN RIS T
T s R R S R N R R R )

Variation data:

Template-switch process
chr16:12708977-12709007

Lastz alignment:
GRCh37 CGCTACAGAACACCCTCAGTTCACCTCTTAGTGTATCCTTTgaahAAGGATACACTAATCTCTTTARATGCATGACTGGTAATC
HuRef CGCTACAGAACACCCTCAGTTCACTTCTTAGTGTATCCTTTTTCAAAGGATACACTAATCTCTTTARATGCATGACTGGTAATC

Switch process:

F1: L CGCTACAGAACACCCTCAGTTCACCIC 1

F3: 4 TCTCTTTAAATGCATGACTGGTAATC R
RF:  CGCTACAGAACACCCTCAGTTCACTTCTTAGTGTATCCTTTTTCAAAGGATACACTAATCTCTTTAAATGCATGACTGGTAATC
RR:  GCGATGTCTTGTGGGAGTCAAGTGAAGAATCACAT: TTTCCTATGTGATTAG TTTACGTACTGACCATTAG
F2: 3 AATCACATAGGAAAAAGTTTCCTATGTGATT 2

Sequencing data:

HuRef

12616441 12616451 12616461 12616471 12616481 12616491 12616501 12616511 12616521 12616531 12616541
CAACA+TTAAGTCGCTACAG+AACACCCTCAGTTCACCTCTTAGTGTATCC* TTTGAAAAAGGATACACT +AATCTCTTTAAATGCAT +GACT GGTAATCARA+TCAGATAAT+GCGTG

R R R R R VRS N S RS IR N SRR R R VR E TN
R R T R R R RS N S RS PN NS SRS VR AN

R S RN N RN A N RS

e T

R A R R A A

H e F e T L TTC
N N e R R A R A

..... S . e S

NA12878

12708941 12708951 12708961 12708971 12708981 12708991 12709001 12709011 12709021 12709031 12709041
CAACATTAAGTCGCTACAGAACACCCTCAGTTCACCTCTTAGIGTATCCTTTGAAAAAGGATACACTAATCTCTTTAAATGCATGACTGGTAATCARATCAGATAATGCGTGTCARAGCC
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Variation data:

1KG:

16 12708991 rs62027339 G T AF=0.566693 EAS_AF=0.5417
16 12708992 rs62027340 A T AF=0.564896 A EAS_AF=0.5407
16 12708993 rs62027341 A c NA12878=010 AF=0.565096 AFR_AF=0.3638  AMR_AF=0.5058 EAS_AF=0.5407
Other variants:

16 12708974 rs11645674 c T =010 AF=0.327875 .2088  AMR_AI EAS_AF=0.0923
16 12708988 rs9925735 T c AF=0.163339 .3865  AMR_AI EAS_AF=0.0595
Ensembl:

16 12708991 rs35492752 GAR TIC upstream_gene_variant

Template-switch process
chr16:84986430-84986443

Lastz alignment:
GRCh37 GAATCTCAGGCCC

GACAGCCAGCCAATGGY

HuRef GAATCT( CAGACAGCCAGCCAAT

CAgGAGCTgACTCCaCAGCTCCTGGCCTCATCTGGGAAGGGAGATARAC
CAAGAACTTACTCCCCAGCTCCTGGCCTCATCTGGGAAGGGAGATARAC

Switch process:

GCTGGTGAATCT GGCAGACAGCC: T

L GCTGGTGAATCTCAGGCCCCAGGCAGACAGCCAGCCAATGGGCAGA 1

4 ACTCCACAGCTCCTGGCCTCATCTGGGARGGGAGATAAACTCCACC R
CAAGAACTTACTCCCCAGCTCCTGGCCTCATCTGGGARGGGAGATARACTTCCCC

CGACCACTTAGAGT GGTCCGTCTGTCGGTCGGTT

Sequencing data:

HuRef

TTCTCCGGTTCTTGAATGAGGGGTCGAGGACCGGAGTAGACCCTTCCCTCTATTTGAAGGGG
3 GTCGAGGACCGGAG 2

83543881 83543891 83543901 83543911 83543921 83543931 83543941 83543951 83543961 83543971
GAC,

CTTCGTGCAGGGCTGGTGAATCTCAGGCCCCAGGE:

TGGGC *TGACTCCACAGCTCCTGGCCTCATCTGGGAAGGGAGATARACTCCAC

A e

T« N e

NA12878

CALe L ALGL LGl ALT. L
B N X T
CTR® LGk ek

84986381 84986391 84986401 84986411 84986421 84986431 84986441 84986451 84986461 84986471 84986481
CTTCGTGCAGGGCTGGTGAATCTCAGGCCCCAGGCAGAC! TGGGCAGAGAGGCCAG TGACTCCACAGCTCCTGGCCTCATCTGGGAAGGGAGATAAACTCCACCAGC

N A e e
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Variation data:
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Template-switch process
chr17:33622098-33622114

Lastz alignment:

GRCh37 TARAGGGTGATAACTGATTGGAAGGCTTTCCATCTAAGAAGEttCAtACACAG--GCTCCTACCCCAGCCTGTGTATGAAACTAGTAGATCTAAG

HuRef TARAGGGTGATAACTGATTGGAAGGCTTTCCATCTAAG

Switch process:
F1: L TAAAGGGTGATAACTGATTGGAAGGCTTTCCATCTAAGA 1
F3:

RF:  TAAAGGGTGATAACTGATTGGAAGGCTTTCCATCT:

TCGCTCCT. TGTGTATGAAACTAGTAGATCTAAG

4 CCTACCCCAGCCTGTGTATGAAACTAGTAGATCTAAG R
TGTG

TCGCTCCTACC TATGAAACTAGTAGATCTAAG

RR:  ATTTCCCACTATTGACTAACCTTCCGAAAGGTAGATTCTTCT
F2:

Sequencing data:

HuRef

30646161 30646171 30646181 30646191 30646201

ACTGTATATTCTAAAGGGTGATAA*CTGATTGGAAGGCTTTCCATCTAAGAAGT TTCATACACAGGCTCCTA

P o

NA12878

33622051 33622061 33622071 33622081 33622091

TTCAGCGAGGATGGGGT CACATACTTTGATCATCTAGATTC
3 TCGGACACATACTTTGA 2

30646211 30646221 30646231 30646241 30646251 30646261
GCCTGTGTATGAAACTAGTAGATCTAAGTGCTGGGAGTCC+A
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ACTGTATATTCTARAGGGTGATAACTGATTGGAAGGCTTTCCATCTAAGAAGTTTCATACACAGGCTCCTACCCCAGCCTGTGTATGAAACTAGTAGATCTAAGTGCTGGGAGTCCAGAG
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variation data:

1kG:
17 33622099 rs202049782 GITIC G
17 33622105 rs62064203 T G
17 33622107 rs376728465 c G
17 33622108 rs371490683 ac A

17 33622111 rs372295179 G GIC NA12878=0

AF=0.392372
AF=0.391374
AF=0.391374
AF=0.392372 .
AF=0.391973 _? 0.3977

0
0

Ensembl:
17 33622100 rs386796741 TTTCATACACAG AGAGAAGIC intergenic_variant

Template-switch process:
chrl7:59744593-59744623

Lastz alignment:
GRCh37 TCATTARATTCTATTACCACCACCAAGTACTGCTTCTCATTGT-gATTGCATGtaacCATagAAt TtAt AAAGAATGTGACTGAGTGGCTTTTTTTTTGAGAGAGTCTT
HuRef TCATTARATTCTATTACCACCACCAAGTAGTGCTTCTCATTATAAATTCTATGGTTACATGCAA-TCACAAAGAATGTGACTGAGTGGCTTTTTTTTTGAGAGAGTCTT

Switch process:

F1: L TCATTAAATTCTATTACCACCACCAAGTACTGCTTCTCA 1

F3: 4 AGAATGTGACTGAGTGGCTTTTTTTTTGAGAGAGTCTT R
RF:  TCATTAAATTCTATTACCACCACCAAGTAGTGCTTCTCATTATAAATTCTATGGTTACATGCAATCACAAAGAATGTGACTGAGTGGCTTTTTTTTTGAGAGAGTCTT
RR:  AGTAATTTAAGATAATGGTGGTGGTTCATCACGAAGAGTAATATTTAAGATACCAATGTACGTTAGTGTTTCTTACACTGACTCACCGAAAAAAARACTCTCTCAGAA
F2: 3 AATATTTAAGATACCAATGTACGTTAGTGIT 2

Sequencing data:
HuRef
57099331 57099341 57099351 57099361 57099371 57099381 57099391 57099401 57099411 57099421 57099431

TAAAGATATTATCATTAAATTCTATTACCACCACCAAGTACTGCTTCTCATTGT GATTGCATGTARCCATAGAAT TTATAAAGAATGTGACTGAGTGGCTTTTTTTTTGAGAGAGTCTT
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59744551 59744561 59744571 59744581 59744591 59744601 59744611 59744621 59744631 59744641
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Variation data:

17 59744595 rs76903441 G
17 59744602 rs372381382
Other variants:

o
S

NA1287

6248

111 AF=0.563099 AFR_A]

3909
.3879
.3879
3909
3919

NA12878=1]1 AF=0.564297 AFR_AF=0.6248  AMR_AF=0.6614  EAS_AF=0.6895
EAS_AF=0.6885

17 59744583 rs11079451 c G NA12878=0]1 AF=0.325479 AFR_AF=0.3268  AMR_AF=0.2767 EAS_AF=0.5109

Ensembl:
17 59744595 rs386798222 GTGATTGCATGTAACCATAGAATTTAT ATAAATTCTATGGTTACATGCAATCAC intergenic_variant

# #H #H #H FhEEE
Template-switch process

chr18:69556840-69556858

Lastz alignment:

GRCh37 ATTTTGGTTATTACTTATTTGT GCTTTCTCAGTAAATtgAGAAATTTAAATTTCTCARAAACTGTCTTTTCATATCTCA
HuRef ATTTTGGTTATTACTTATTTGT GCTTTCTCAGTAAATCCAGAAATTTAAATTTCTCARAAACTGTCTTTTCATATCTCA

Switch process:
F1: L ATTTTGGTTATTACTTATTTGTCAAAGCTTTCTCAGTARA 1

F3: 4 CARAAACTGTCTTTTCATATCTCA R
RF:  ATTTTGGTTATTACTTATTTGTCAAAGCTTTCTCAGTAAATCCAGAAATTTAAATTTCTCARAAACTGTCTTTTCATATCTCA
RR: T CCAATAATGAAT: GTTTCGAAAGAGTCATTTAGGTCTTTAAATTTAAAGAGTTTTTGACAGAAAAGTATAGAGT
F2: 3 TCTTTAAATTTARAGAGTT 2

Sequencing data:
HuRef

67707771 67707781 67707791 67707801 67707811 67707821 67707831 67707841 67707851 67707861 67707871
TTGAATGCGGCATTTTGGTTATTACTTATTTGTCARAGCTTTCTCAGTAAATTGAGAAATTTAAATTTCTCARAAACTGTCTTTTCATATCTCATATCATCCCCARATGCTTTARAGTTG
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NA12878

69556791 69556801 69556811 69556821 69556831 69556841 69556851 69556861 69556871 69556881 69556891
TTGAATGCGGCATTTTGGTTATTACTTATTTGTCARAGCTTTCTCAGTAAATTGAGAAATTTARATTTCTCARAAACTGTCTTTTCATATCTCATATCATCCCCARATGCTTTARAGTTG
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variation data:

1KG:

18 69556841 rs7239836 T c NA1287 AF=0.99361 AFR_AF=0.9758 EAS_AF=1
18 69556842 rs7238989 G c NA1287 AF=0.99361 AFR_AF=0.9758 EAS_AF=1
Ensembl:

18 69556841 rs386804713 6 cc downstream_gene_variant

Template-switch process
chr19:767508-767527

Lastz alignment:
GRCh37 CAGCAAATCACTCAGGGCTCCACCTCACATCTGTCCCCAAGECCTTGGGGACTTGCTCACTCAGCAGAAGACCAAGAGAAGCT
HuRef CAGCAAATCACTCAGGGCTCCACCTCACATCTGTCCCCAAGGACTTGGGGACTTGCTCACTCAGCAGAAGACCAAGAGAAGCC

Switch process:

F1: L CAGCAAATCACTCAGGGCTCCACCTCACATCT 1

F3: 4 TTGCTCACTCAGCAGAAGACCAAGAGAAGCC R
RF:  CAGCAAATCACTCAGGGCTCCACCTCACATCTGTCCCCAAGGACTTGGGGACTTGCTCACTCAGCAGAAGACCAAGAGAAGCC
RR:  GTCGTTTAGTGAGTCCCGAGGTGGAGTGTAGACAGGGGTTCCTGAACCCCTGAACGAGTGAGTCGTCTTCTGGTTCTCTTCGG
F2: 3 CAGGGGTTCCTGAACCCCTG 2

Sequencing data:

HuRef

718471 718481 718491 718501 718511 718521 718531 718541 718551 718561 718571
AG*AAGTCACTTCAGC*ARATCACTCA*GGGCTCCACCTCACATCTGTCCCCAAGTCCTTGGGGACTTGCTCACTCAGCAGAAGACCAAGAGAAGCCAGATGCAGTGGCTCACACCTGTA

R R L Nk e S R R N R A R RN

NA12878

767471 767481 767491 767501 767511 767521 767531 767541 767551 767561 767571
AGAAGTCACTTCAGCARATCACTCAGGGCTCCACCTCACATCTGTCCCCAAGTCCTTGGGGACTTGCTCACTCAGCAGAAGACCAAGAGAAGCCAGATGCAGTGGCTCACACCTGTAATC

. < e .

.............. srrrie i Grin R N O R R s seriiees
P 7 N
....................................... R R R N R S N S VR RN R RN
Ser ey Prrrre e @0 @98, G Coar i ey

PO T

R I S RS R SRR

e e GRLL e
R R O R N R NN R R A

R T s L Co ottt e ey
R s R

R R N R NN NN N NN N RN R)

SrrerrarrriiriCt i

R R L R S R S S S SR R R AR E AN
R R L R N S S S R RN IR RN PR E AN
c.

L

LGA.

Y

Variation data:

1kG:

19 767517 rs8113085 T G NA12878=1]1 AF=0.798123 AFR_AF=: AMR_AF=0.8516  EAS_AF=0.6895 EUR_AF=0.9066  SAS_AF=

19 767518 rs8104002 c n NA12878=1]1 AF=0.798123 AFR_AF=0.7171 AMR_AF=0.8516 EAS_AF=0.6895 EUR_AF=0.9066 SAS_AF=0.8701
Ensembl:

19 767517 rs8113085 T G downstream_gene_variant

19 767518 rs8104002 c n downstream_gene_variant

Template-switch process

chr19:38062901-38062937

Lastz alignment:

GRCh37 ATATCTTTTTTTATGATCTAATTTTACCATTATCCAAATAG-ACTAtATGGCCaTAATTA-GtaCAT-TAGTCCTATCTATCAATCACATCACAATGAGAAARATTCACATATC

HuRef ATATCTTTTITTATGATCTAATTTTACCATTATCCAAATAGGACTA-ATGTAC-TAATTATGGCCATATAGTC-TATCTATCAATCACATCACAATGAGAAAAATTCACATATC

Switch process:
Fl: L ATATCTTTTTTTATGATCTAATTTTACCATTATCCAA 1

F3: 4 CTATCAATCACATCACAATGAGAAAAATTCACATATC R
RF:  ATATCTTTTTTTATGATCTAATTTTACCATTATCCAAATAGGACTAATGTACTAATTATGGCCATATAGTCTATCTATCAATCACATCACAATGAGAAARATTCACATATC
RR:  TAT; TACTAGATTARAATGGTAATAGGTTTATCCTGATTACATGATTARTACCGGTATATCAGATAGATAGT TAGTGTAGTGT TACTCTTTTTAAGTGTATAG
F2: 3 TATCCTGATTACATGATTAATACCGGTATATCAGATA 2

Sequencing data:
HuRef

42754701 42754711 42754721 42754731 42754741 42754751 42754761 42754771 42754781 42754791
TATTTTAAATTATATCTTTTTTTATGATCTAATTTTACCATTATCCAAATA*GACTATATGGCCATART TA*GTACAT » TAGTCCTATCTATCAATCACATCACAATGAGAAAAA+TTCA
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38062861 38062871 38062881 38062891 38062901 38062911 38062921 38062931 38062941 38062951



TATTTTAAATTATATCTTTTTTTATGATCTAATTTTACCATTATCCARATAG * # + # * + + * ACTA + TATGGCCATAATTAGTACATTAGTCCTATCTATCAATCACATCACAATGAGAA
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Variation data:

1kG

19 38062903 rs371304053 n AG NA12878=1]1 AF=0.811102 AMR_AF=0.7622  EAS_AF=0.8452
19 38062908 rs372037887 AT A AF=0.811102 0.7622  EAS_AF=0.8452
19 38062913 rs2385122 G T AF=0.811102 0.7622  EAS_AF=0.8452
19 38062914 rs2385121 c A AF=0.811102 0.7622  EAS_AF=0.8452
19 38062915 rs376748406 ca c AF=0.812101 0.7637  EAS_AF=0.8462
19 38062922 rs371342978 A AT AF=0.8125 0.7637  EAS_AF=0.8482
19 38062924 rs57236681 T G NA12878=1]1 AF=0.811502 EAS_AF=0.8462
19 38062925 rs60869275 A c NA12878=1]1 AF=0.811502 2 EAS_AF=0.8462
19 38062928 rs373143405 T TA NA12878=1]1 AF=0.8125 AFR_AF=0.8192  AMR_AF=0.7637 EAS_AF=0.8482
19 38062932 rs61521031 TC T AF=0.813099 AMR_AF=0.7637 EAS_AF=0.8482
Ensembl:

19 38062905 rs386809055 ACTATATGGCCATAATTAGTACATTAGIC ~GACTAATGTACTAATTATGGCCATATAGT intron_variant

Template-switch process
chr21:16013327-16013340

Lastz alignment:
GRCh37 TAGTTGGCCATGARATGGTTTGGTTTTTATGCATATTTACTtAAAtgtgTgAGACATTTARAARAATATCTTCAGGCTCTTCAGCCTATTCAR
HuRef TAGTTGGCCATGAAATGGTTTGGTTTTTATGCATATTTACTAAA----CTCACACATTTAAGARAATATCTTCAGGCTCTTCAGCCTATTCAR

Switch process:
F1: L TAGTTGGCCATGAAATGGTTTGGTTTTTATGCATATTTA 1
F3: 4 ACATTTAAAAAAATATCTTCAGGCTCTTCAGCCTATTCAATTTTTICTTT R
RF:  TAGTTGGCCATGAAATGGTTTGGTTTTTATGCATATTTACTAAACTCACACATTTAAGAAAATATCTTCAGGCTCTTCAGCCTATTCARTTTTTCTT
ATCAACCGGTACTTTACCAAACCAAAAATACGTATARATGATTTGAGTGTGTAAATTCTTTTAT: TCCGAGAAGTCGGATAAGTT.

3 GAGTGTGTAAATTC 2

Sequencing data:
HuRef

14935151 14935161 14935171 14935181 14935191 14935201 14935211 14935221 14935231 14935241 14935251
TTTTAGTCGACTAGTTGGCCATGAAATGGTTT+GGTTTTTATGCATATTTACTTAAATGTGTGAGACAT TTARAAAAATATCTTCAGGCTCTTCAGCCTATTCAA*TTTTTCTTTTTAAT
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Variation data:

1KG:

21 16013327 rs58533757 cr c AF=0.739617 EAS_AF-0.8214 L6871
21 16013332 rs367696807 ATGT A AF=0.739617 L6871
21 16013336 rs370553973 G c AF=0.739617 L6871
21 16013338 rs62227247 G c AF=0.742212 .6922
21 16013340 rs59332065 G c AF=0.742212 .6922
Ensembl:

21 16013328 rs58533757 T - intron_variant

21 16013333 rs367696807 TGT - intron_variant

21 16013336 rs370553973 G c intron_variant

21 16013338 rs62227247 G c intron_variant

21 16013340 rs59332065 G c intron_variant

Template-switch process:

chr22:18938180-18938203

Lastz alignment:

GRCh37 GGAGGAAGACAGGACTCAATGTTTTTGCATCGA TCTTGTAt AAGAGCGGTCTTTACAAAGTAATAATGCCTTGAGTTAACC

HuRef GGAGGAAGACAGGACTCAATGTTTTTGCATCGA TCTTATACAAGAGCGGTCTTTACAAAGTAATAATGCCTTGAGTTAACC

switch process:

Fl: L GGAGGAAGACAGGACTCAATGTTTTTGCATC 1

F3: 4 TTTACARAGTAATAATGCCTTGAGTTAACC R

RF:  GGAGGAAGACAGGACTCAATGTTTTTGCATCG. TCTTAT. GCGGTCTTT TAATAATGCCTTGAGTTAACC

RR:  CCTCCTTCTGTCCTGAGTTACAAAAACGTAGCTGGCGAGAATATGTTCTCGCCAGAAATGTTTCATTATTACGGAACTCAATTGG

F2: 3 CTGGCGAGAATATGTTCTCGCCAG 2

Sequencing data:
HuRef

17318141 17318151 17318161 17318171 17318181 17318191 17318201 17318211 17318221 17318231 17318241
GGACATGGAATGGAGGAAGACAGGACTCAATGTTTTTGCATCGA TCTTGTATAAG*AGCGGTCTTTACAAAGTAATAATGCCTTGAGT TAACCCCACAGTTTATCTTGTAATGTGG

g
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NA12878

18938141 18938151 18938161 18938171 18938181 18938191 18938201 18938211 18938221 18938231 18938241
GGACATGGAATGGAGGAAGACAGGACTCAATGTTTTTGCATCGA TCTTGTATAAGAGCGGTCTTT TAATAATGCCTTGAGTT: TTTATCTTGTAATGTGGA
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Variation data:

1KG:
22 18938190 rs13054729 G a NA12878=011 AF=0.204073

22 18938193 rs13056032 T c AF=0.204073

Ensembl:

22 18938190 rs13054729 G a intergenic_variant

22 18938193 rs13056032 T c intergenic_variant

Template-switch process
chr22:42751380-42751399
Lastz alignment:

GRCh37 ccAGchCTGGACTCCTCTGGCCGCCACTCCTAGCGTcAGAgGAgTccAgGc7—AccgGAccAccAcTTTGccTrrcrrcccccaTTTACTTCTCCAT
HuRef CCAGTGCCTGGACTCCTCTGGCCGCCACTCCTAGCGT GCGCACGTY TTTGCCTTTCTTCCCCCCTTTACTTCTCCAT

Switch process:
F1: L CCAGTGCCTGGACTCCTCTGGCCGCCACTCCTAGCGT 1

F3: 4 ACCACCACTTTGCCTTTCTTCCCCCCTTTACTTCTCCAT R
RF:  CCAGTGCCTGGACTCCTCTGGCCGCCACTCCTAGCGT TCCAAGCGCACGTG: TTTGCCTTTCTTCCCCCCTTTACTTCTCCAT
RR:  GGTCACGGACCTGAGGAGACCGGCGGTGAGGATCGCAGTCTTCTTAGGTTCGCGTGCACTGGTGGTGAAACGGAAAGAAGGGGGGAAATGAAGAGGTA
F2: 3 GGCCACGGACCTGAGGAGAC 2

Sequencing data:

HuRef
41081281 41081291 41081301 41081311 41081321 41081331 41081341 41081351 41081361 41081371 41081381
CCGGGTGCACCCCAGTG# +* CCTGGACTCCTCTGGCCGCCACTCCTAGCGTCAGAGGAGTCC +AGGCAC* CGGACCACCACTTTGCCTTTCTTCCCCCCTTTACTTCTCCATACTCATTT
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42751341 42751351 42751361 42751371 42751381 42751391 42751401 42751411 42751421 42751431 42751441
CCGGGTGCACCCCAGTGCCTGGACTCCTCTGGCCGCCACTCCTAGCGTCAGAGGAGTCCAGGCACC! TTTGCCTTTCTTCCCCCCTTTACTTCTCCATACTCATTTCCTAC
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Variation data:

1KG:

Other variants:

22 42751397 rs73169193 c T NA12878=011 AF=0.315895 AFR_AF=0.2526  AMR_AF=0.4769  EAS_AF=0.2133

Template-switch process

chr22:46457691-46457720

Lastz alignment:

GRCh37 ACCCTCGTCCCT GGCGEACCCCRRLCC £ CTGCAGEGGETCCC TCCGACTCCAGGCCTCGGTT ccc

HuRef ACCCTCGTCCCT GGCGGACCCCGRLCC GCTGCAGAGGGTCCC TCCGACTCCAGGCCTCGGTTCGAACCC

switch process:

Fl: L ACCCTCGTCCCT GGCGGACCCCGGCCCC 1

F3: 4 cAGGcTccsAcchAGGccrcsGrrccAAccc R

RF:  ACCCTCGTCCCT! GGACCCCGGCCC TGCAGAGGGTCCC CGACTCCAGGCCTCGGTT c

RR:  TGGGAG T TGGGGCCGGH GTCTCCCAGGC T GGCTGAGGTFFPP GCCAAGCTTGGG

F2: 3 CCGGGCCTCGGCGACGTCTCCCAGGCCCGG 2

Sequencing data:
HuRef

44836311 44836321 44836331 44836341 44836351 44836361 44836371 44836381 44836391 44836401 44836411 44836421

CCCCGGCTCGARCCCTCGTCCCTG GGCGGACCCC GGACCCTCTGCAGCGGCT GGCTCCGACTCCAGGCCTCGGTTCGAACCCTGGGGACCCGCCC!
Y c| S Y WY TS 0 T U 6 S 8 <. S < S N
(GuiGuii AL G
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o O e e

NA12878

46457651 46457661 46457671 46457681 46457691 46457701 46457711 46457721 46457731 46457741 46457751
CCCCGGCTCGAACCCTCGTCCCTGCCCAGGCGGACCCL GGACCCTCTGCAGCGGCT: GCTCCGACTCCAGGCCTCGGTTCGAACCCTGGGGA*CCCGCT
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EAS_AF=0.1825
EAS_AF=0.1825

EUR_AF=
EUR_AF-

EUR_AF=0.3489

SAS_AF=0.3589
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Variation data:

1kG:

22 46457699 rs529580715 c G AF=0.00299521 EAS_AF=0
22 46457702 rs549684937 T G AF=0.00319489 EAS_AF=0
22 46457709 rs559824256 c A AF=0.00319489 EAS_AF=0
22 46457712 rs528086424 c G NA12878=010 AF=0.00319489 EAS_AF=0
Ensembl:

22 46457699 rs529580715 c G intron_variant

22 46457702 rs549684937 T G intron_variant

22 46457709 rs559824256 c a intron_variant

22 46457712 rs528086424 c G intron_variant

HEEEREEERRE #hiE #hEE #H# #hEEH

Template-switch process
chrX:35587707-35587736
Lastz alignment:

GRCh37 TGIGTTGGCAGTGGATGATGGGCTAAAGACTTCTCTCCGCCCt TcaTGtgCCAGA-AACATCATCTCTCCGTTTTGTAAATTTTAATGGAGAGATGATGTTTCTGGCAC
HuRef TGIGTTGGCAGTGGATGATGGGCTAAAGACTTCTCT TCTTTTGCCCCACAGAACATAATTTCTTCGTTTTGTAAATTTTAATGGAGAGATGATGTTTCTGGCAC

Switch process:

F1: L TGTGTT GTGGATGAT TAAAGACTTCTCT 1
F3: 4 GTTTTGTAAATTTTAATGGAGAGATGATGTTICTGGCAC R
TGTGTTGGCAGTGGATGATGGGCTAAAGACTTCTCT TCTTTTGCCCCACAGAACATAATTTCTTCGTTTTGTAAATTTTAATGGAGAGATGATGTTTCTGGCACATCARGGG
ACACAACCGTCACCTACTACCCGATTTCT GGGGTGTCTTGTATT: CATTTAAAATTACCTCTCTACTACAAAGACCGTGTAGTTCCC
3 CCTCTCTACTACAAAGACCGTGTACTTICCC 2

Sequencing data:

HuRef
35497581 35497591 35497601 35497611 35497621 35497631 35497641 35497651 35497661 35497671 35497681
CATCACAGATATGTGTTGGCAGTGGATGATGGGCTAAAGACTTCTCTCCGCCCTTCATGTGCC * * AGAAACATCA« TCTCTCCG+ TTTTGTAAATTTTAATGGAGAGATGATGTTTCTGG
KAK.KKK.KK .K.T.... ...... KKE. .. KK oo K..
TC.GG..Gu o CA AL e B AT TuTe e e Tae e e e e eeeeeeaeneennas

NA12878

35587661 35587671 35587681 35587691 35587701 35587711 35587721 35587731 35587741 35587751 35587761
CATCACAGATATGTGTTGGCAGTGGATGATGEECTARRGACTTCTCTCCGCCCTTCATGTGCCAGARACATCATCTCTCCGTTTTGTARATTTTARTGGAGAGATGATGTTTCTGGCACA
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Variation data:

Template-switch process
chrX:69286974-69286995
Lastz alignment:

GRCh37 GGGT( TTGGCTG TGGCT. TTCCTAGCCGGGG: TTGGCTTAGCACGGGGCAC
HuRef GGGT TTGGCTG! TGGCT: TTCCTAGCCGGG TTGGCTTAGCACGGGGCAC

Switch process:
F1l: L GGGTGAGGAGAGCTTGGCTGCAGGAGGGGCAT 1

F3: 4 GGGG TTGGCTTAGCACGGGGCAC R
RF:  GGGT( TTGGCTGC: TGGCT. TTCCTAGCCGGGG: TTGGCTTAGCACGGGGCAC
RR:  CCCACTCCTCT CCGACGTCCTCCCCGTACCGATCCTTT GGATCGGCCCCTTCGTCTGAACCGAATCGTGCCCCGTG
F2: 3 CCGATCCTTTCCCAAGGATCGG 2

Sequencing data:
HuRef

69203661 69203671 69203681 69203691 69203701 69203711 69203721 69203731 69203741 69203751 69203761
GGGCACGTTGGGT! TTGGCTG TGGCTAGGAACCCTTTCCTAGCC TTGGCTTAGCACGGG TGTGGGTGAAGGGATCCTGGTGG
GGG

R L N N N RN N R N S PPN P PP P PR AP R AT
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NA12878

69286931 69286941 69286951 69286961 69286971 69286981 69286991 69287001 69287011 69287021 69287031 69287041
GAGGGCACGTTGGGT TTGGCTG TTTCCTAGCC TTGGCTTAGCACGGG TGTGGGTGAAGGGATCCTGGTGG
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Variation data:

1kG:



B

Ensembl:
X

69286983
69286984
69286985

69286983

rs35627688
rs35382831
rs35308137

rs386825657

)

ccct

aow

AGGG

1 AF=0.903841
1 AF=0.903576
NA12878=111 AF=0.903576

downstream_gene_variant

7827
_AF=0.7817
AFR_AF=0.7817

AMR_AF=0.9885
AMR_AF=0.9885
AMR_AF=0.9885

! 9215
EAS_AF=0.9215

EUR_ L9935
EUR_AF=0.9935

EUR_AF=0.9935

SAS_AF=0.8969
SAS_AF=0.8969
SAS_AF=0.8969



