
(12) INTERNATIONAL APPLICATION PUBLISHED UNDER THE PATENT COOPERATION TREATY (PCT) 
(19) World Intellectual Property 

Organization 
International Bureau 

(43) International Publication Date 
21 April 2016 (21.04.2016) WIPOIPCT 

(10) International Publication Number 

WO 2016/061517 A2 

(51) International Patent Classification: 
C12N15/10 (2006.01) 

(21) International Application Number: 

(22) International Filing Date: 

(25) Filing Language: 

(26) Publication Language: 

PCT/US2015/056040 

16 October 2015 (16.10.2015) 

English 

English 

(30) Priority Data: 
62/065,544 
62/157,396 
62/242,880 

17 October 2014 (17.10.2014) US 
5 May 2015 (05.05.2015) US 

16 October 2015 (16.10.2015) US 

(71) Applicant: ILLUMINA CAMBRIDGE LIMITED 
[GB/GB]; Little Chesterford, Nr Saffron Walden Essex 
CB10 1XL(GB). 

(72) Inventors; and 
(71) Applicants : STEEMERS, Frank J. [NL/US]; 5200 Illu-

mina Way, San Diego, California 92122 (US). GUNDER-
SON, Kevin L. [US/US]; 5200 Illumina Way, San Diego, 
California 92122 (US). ZHANG, Fan [CN/US]; 5200 Illu­
mina Way, San Diego, California 92122 (US). BETLEY, 
Jason Richard [GB/GB]; Little Chesterford, Nr Saffron 
Walden Essex CB10 1XL (GB). GORMLEY, Niall An­
thony [GB/GB]; Little Chesterford, Nr Saffron Walden Es­

sex CB10 1XL (GB). MEULEMAN, Wouter [GB/US]; 
5200 Illumina Way, San Diego, California 92122 (US). 
WEIR, Jacqueline [GB/GB]; Little Chesterford, Nr Saf­
fron Walden Essex CB10 1XL (GB). IOANNOU, Avg-
ousta [GB/GB]; Little Chesterford, Nr Saffron Walden Es­
sex CB10 1XL (GB). JENKINS, Gareth [GB/GB]; Little 
Chesterford, Nr Saffron Walden Essex CB10 1XL (GB). 
JACKSON, Rosamond [GB/GB]; Little Chesterford, Nr 
Saffron Walden Essex CB10 1XL (GB). MORRELL, 
Natalie [GB/GB]; Little Chesterford, Nr Saffron Walden 
Essex CB10 1XL (GB). POKHOLOK, Dmitry K. 
[US/US]; 5200 Illumina Way, San Diego, California 92122 
(US). NORBERG, Steven J. [US/US]; 5200 Illumina 
Way, San Diego, California 92122 (US). HE, Molly 
[US/US]; 5200 Illumina Way, San Diego, California 92122 
(US). KIA, Amirali [IR/US]; 5200 Illumina Way, San 
Diego, California 92122 (US). GORYSHIN, Igor 
[US/US]; 5602 Research Park Blvd., Suite 200, Madison, 
Wisconsin 53719 (US). PANTOJA, Rigo [US/US]; 5200 
Illumina Way, San Diego, California 92122 (US). 

(74) Agents: CHOWDHURY, Kajal et al.; 5200 Illumina 
Way, San Diego, California 92122 (US). 

(81) Designated States (unless otherwise indicated, for every 
kind of national protection available)'. AE, AG, AL, AM, 
AO, AT, AU, AZ, BA, BB, BG, BH, BN, BR, BW, BY, 
BZ, CA, CH, CL, CN, CO, CR, CU, CZ, DE, DK, DM, 
DO, DZ, EC, EE, EG, ES, FI, GB, GD, GE, GH, GM, GT, 

[Continued on next page] 

(54) Title: CONTIGUITY PRESERVING TRANSPOSITION 

PS Barcode Capture 
' 4- i ^3' 

TnS monomer 

For clarity, only one transposition event shown 

CJ 

l> 
T-H 

TH 

© 
sC 
i-H (57) Abstract: Embodiments provided herein relate to methods and compositions for preparing an immobilized library of barcoded 
O DNA fragments of a target nucleic acid, identifying genomic variants, determining the contiguity information, phasing information, 
^ and methylation status of the target nucleic acid. 

For clarity, only a few hybrid-capture events 
are shown 

Figure 18 



WO 2016/061517 A2 llll II II11 III III IIIII III I I Hill IIIII 
HN, HR, HU, ID, IL, IN, IR, IS, JP, KE, KG, KN, KP, 
KR, KZ, LA, LC, LK, LR, LS, LU, LY, MA, MD, ME, 
MG, MK, MN, MW, MX, MY, MZ, NA, NG, NI, NO, 
NZ, OM, PA, PE, PG, PH, PL, PT, QA, RO, RS, RU, 
RW, SA, SC, SD, SE, SG, SK, SL, SM, ST, SV, SY, TH, 
TJ, TM, TN, TR, TT, TZ, UA, UG, US, UZ, VC, VN, 
ZA, ZM, ZW. 

(84) Designated States (unless otherwise indicated, for every 
kind of regional protection available)'. ARIPO (BW, GH, 
GM, KE, LR, LS, MW, MZ, NA, RW, SD, SL, ST, SZ, 
TZ, UG, ZM, ZW), Eurasian (AM, AZ, BY, KG, KZ, RU, 
TJ, TM), European (AL, AT, BE, BG, CH, CY, CZ, DE, 
DK, EE, ES, FI, FR, GB, GR, HR, HU, IE, IS, IT, LT, 
LU, LV, MC, MK, MT, NL, NO, PL, PT, RO, RS, SE, 

SI, SK, SM, TR), OAPI (BF, BJ, CF, CG, CI, CM, GA, 
GN, GQ, GW, KM, ML, MR, NE, SN, TD, TG). 

Declarations under Rule 4.17: 
— as to applicant's entitlement to apply for and be granted 

a patent (Rule 4.17(H)) 
— as to the applicant's entitlement to claim the priority of 

the earlier application (Rule 4.17(iii)) 

Published: 
— without international search report and to be republished 

upon receipt of that report (Rule 48.2(g)) 


