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Header 2831
Component list 2
Version | ~306

:

Synopsis | ~308
Summary 310
Index to variant call data 312

Genome range 314-1 Offset 316-1

.

Genome range 314-L Offset 316-L
Phase block track fgg
Refseq index ISZO
Gene track -f322
Exon track 304
Index to read (e.g. BAM) data S

Chromosome 1 _~326-1

Length 1| Chromosome offset 1|File Offset 1 .f328'1
I :
Length Q[Chromosome offset Q|File Offset Q 328-Q
.

Chromosome N 326-N
Structural variant dataset track LS~ 330
Index to target dataset 332

Chromosome No.|Start 1 | End 1 Offset 1 L~ 334-1

[ ] ® ® [ ]

Chromosome No | Start K| End K | Offset K 334K
Index to fragments dataset 336
Chromosome No.[Start1 | End 1 Offset 1 -f338_1

[J ® [] []

[ ] [ ] [ ] [ ]

Chromosome No | Start M| End M | Offset M |~ 338-M

Data 340
Target dataset 342
Fragment dataset |~ 344
[ N N ]

.
E
Nucleic acid sequencing dataset N |~ 126-N

FIG. 3



4737

Phase block track 318
Dictionary | ~402
Name 404-1 Offset 406-1
Name 404-2 OfIset 406-2
. .
Name 404-M Offset 406-M
Track data 408
Record 1 410-1
Chromosome number | 412-1
Start |~ 414-1
Stop | ~416-1
Name _418-1
Phase information .fjgg'1
PhaseASNP
Unphased SNP s 424-1
PhaseBSNP |~ 426-1
:
Record 2 ﬂgj
Chromosome number -
Start | ~414-2
Stop | _416-2
Name | ~418-2
Phase information _~420-2
:'
Interval tree for chromosome 1 | 422-1
Node 1 |~ 424-1-1
Right sorted array of intervals overlapping Xmed | 425-1-1
Data
Name (offset to corresponding track data rec) |/~ 426-1-1
Link to left child node 428-1-1
, , , | ~430-1-1
Link to right child node 43911
Midpoint of node (Xmeq) -f434_1_1
Left sorted array of intervals overlapping Xneq -4
Node 2 |~ 436-1-2
.
Nof:le M _~424-1-M

Interval tree for chromosome 2

FIG. 4




318

"Name

5/37

- "phase_data",

"TrackData" : [

],
"ltree" : {
"chrl" :

1

"Info" : {
"PhaseASNP" : O,
"UnPhasedSNP": O,
"PhaseBSNP" : 5

uNamell ll3”’

"Stop" : 35,
"Chromosome" : "chr1",
"Start" : 30

"Start" : 37,

"Info" : {
"UnPhasedSNP": O,
"PhaseBSNP" : 3,
"PhaseASNP" : O

¢
"Stop" : 40,
"Chromosome" : “chr1”,
llNamell ll6ll

{
"RightTree" : null,

"MidPoint" : 38,

"LeftTree" : {
"RightTree" : null,
"MidPoint" : 32,
"LeftTree" : null,
"Data Here" : |

"Left" : 30,
"Right" : 35,
uNamell lloll

b

]

"DataHere" : |

]
"bictionary" {

ll3ll O

ll6ll 1

{
"Right" : 40,
"Left" 37,
llNamell ll1ll

1

FIG. 5

(402)

(408)

(410-1)

(410-2)

4221



6/37

Gene track _~320
Dictionary | ~602
Name 604-1 Offset 606-1
Name 604-2 OfIset 606-2
[ ]
. .
Name 604-M Offset 606-M
Track data | ~608
Gene Record 1 |~ 610-1
Chromosome number |~ 612-1
Start |~ 614-1
Stop | ~616-1
Name 6181
Gene information |~ 620-1
Alternate name |~ 622-1
Single nucleotide polymorphism count |~ 624-1
Direction (plus / minus) s 626-1
:
Gene Record 2 | ~610-2
Chromosome number 6122
Start 6142
Stop | ~616-2
Name _~618-2
Gene information 6202
:
Interval tree for chromosome 1 s 628-1
Node 1 - 630-1-1
Right sorted array of intervals overlapping Xmesd |~ 632-1-1
Data | ~634-1-1
Name (offset to corresponding track data rec) s~ 636-1-1
Link to left child node s~ 638-1-1
Link to right child node |~ 640-1-1
Midpoint of node (Xmed) igjﬁjj
Left sorted array of intervals overlapping Xmed
Node 2 | ~630-1-2
.
Nof:le M | ~630-1-M
Interval tree for chromosome 2 | 6282

FIG. 6



“Dictionary” . {602
“‘CHR4: : 4,
“‘CHR1-SILLY” : 1,
‘CHR1: : 0, 604 :606
“‘CHRS” : 5,
“CHR3-SILLY” : 3,
“‘CHR2” : 2

3

‘Name” . “gene-track”,

“TrackData” : [ 608

{

610-1

“Chromosome” :

“Info” 113
“‘AlternateName” : “X”
“‘SNPCount” : 11,
‘Direction” : “-*

“chr1”,

1

}

13

’Name” : “CHR1”,
“Stop” : 400,

N~

610- “Chromosome” :
“Start” : 1000,
“Stop” : 4000,
“‘“Name” : “CHR1-SILLY”,
‘Info” : {
“‘Direction” :
“‘AlternateName” : “X”

“SNPCount” : O
}

“chr1”,

({31}
1

1

“‘Chromosome” : “chr2”,
“‘“Name” : “CHRZ2’,
‘Info” : {
“SNPCount” : 1,
‘AlternateName” : “X”
‘Direction” : “-*

610-3

1

13
‘Start” 10,
“Stop” : 400

7137

FIG. 7

v

“Start” : 10,
“Stop” : 4000,
“‘“Name” : “CHRS3-SILLY”,
“Info” : {
“Direction” :
“SNPCount” : 0,
“‘AlternateName” : “X”

610-4

({31}

1

}

13

hromosome” : “chr3’

“Chromosome” : “chr11”,
“‘“Name” : “CHR4”,
“Info” : {
“SNPCount” : 1,
‘AlternateName” : “X”
“‘Direction” : “-*

610-5

1

13
‘Start” . 10,
“Stop” : 400

6106 “Name” : “CHRY5’,
“Info” : {
“SNPCount” : 1,
“‘AlternateName” : “X”

“‘Direction” : “-*

1

13
‘Start” . 10,
“Stop” : 400

“Chromosome” : “chr21”

}
1,
“Itree” : { 628
“‘chr3” : {
‘RightTree” : null,
‘DataHere” : |
{
“‘Name” : “3"
“Left” : 1000,
“‘Right” : 4000
}
‘LeftTree” : null,
“MidPoint” : 2500

v

TO FIG. 7 (Continued)

630-1



FROM FIG. 7
}, v
‘chr11” : {
‘LeftTree” : null,
630-2 “MidPoint” . 205,
‘RightTree” : null,
‘DataHere” : |
{
“‘Right” : 400,
“Left” : 10,
‘Name” : “4”
}
]
13
“‘chr1” : {
‘DataHere” : |
630-3 {
‘Name” : “1”
‘Right” . 4000,
“Left” : 1000
}
]
‘RightTree” : null,
“MidPoint” : 2500,
“‘LeftTree” : {
‘DataHere” : |
{
‘Left” . 10,
“‘Right” : 400,
“‘Name” : “0”
}
],
‘RightTree” : null,
“‘MidPoint” : 205,
‘LeftTree” : null
}
13
13
‘chr21” @ {
630-4 “DataHere” : [
{
“Left” : 10,
“‘Right” : 400,
“‘Name” : “5”
}

8/37

}

13

630-5

FIG. 7
(Continued)

]
‘RightTree” : null,

“‘MidPoint” : 205
“LeftTree” : null

hr2” . {
‘LeftTree” : null,
“‘MidPoint” : 205,
‘RightTree” : null,
‘DataHere” : |
{
“Left” : 10,
“‘Right” : 400,
‘Name” : “2”
}
]



9/37

Structural variant dataset track - 330
Dictionary 902
Name 904-1 Offset 906-1
Name 904-2 OfIset 906-2
. .
Name 904-M Offset 906-M
Track data 908
Structural Variant Record 1 |~ 910-1
Chromosome number 9121
Start L 914-1
Stop | ~916-1
Name | ~918-1
Information | 920-1
Chromosome 1 name fg;i_1
Stop 2 (chromosome 2) -4 i
Stop 1 (chromosome 1) |~ 926-1
Start 2 (chromosome 2) | 928-1
Start 1 (chromosome 1) |~ 930-1
Quality L~ 932-1
Name of structural variant e 934-1
Chromosome 2 name |~ 936-1
Information on variant |~ 938-1
:
Record 2 9102
Interval tree for chromosome 1 |~ 940-1
Node 1 |~ 942-1-1
Right sorted array of intervals overlapping Xmeq L 944-1-1
Data
Name (offset to corresponding track data rec) | ~946-1-1
Link to left child node |~ 948-1-1
Link to right child node s~ 950-1-1
Midpoint of Node (Xmea) - 952-1-1
Left sorted array of intervals overlapping Xmea 954-1-1
Node 2 |~ 956-1-2
5
Node M s~ 956-1-M
Interval tree for chromosome 2 |~ 940-2

FIG. 8



10/37

810-1 {
812 “Chromosome” : “chr16”,
816 “Stop” : 71320834,
“Name” : “BRK _chr16_71316475_chr5_115237536",
820 “Info” : {
“‘Chromosomel” : “chr16”
“Stop2” : 115250206,
“Stop1” : 71320834,
“Start2” : 115237536,
“Start1” : 71316475,
“Quality” : 73,
“Name” : “BRK _chr16_71316475_chr5_ 115237536,
“Chromosome2” : “chrb’,
“Info” : {
“SEG_DUP” : “”,
“NMATES1 : “27,
“NSPLIT” : “07,
“BLACK_FRAC” : “nan’,
“BCOV” : “177,
“BLACK_DIST2” : “10366.07%,
“TYPE” : “UNK”,
“BLACK_DIST1” : “568024.0%,
“NBCS1” : “270”,
“NMATES2” : “1”,
“MATCHES” : “”,
“NPAIRS” : “07,
“NBCS2” : “217”,
‘RP_LR” : “0.07,
“ORIGINALQ” : “53”

3
“Filters” : []

1
814 “Start” : 71316475

3

FIG. 9



11737

Data | ~340
Target information |~ 1102
Record 1 |~ 1104-1
Chromosome number |~ 1106-1
Name |~ 1108-1
Start _~ 11101
Stop |~ 1112-1
Information e 1114-1
: [ ]
Record Z |~ 1104-Z
Fragment information _~ 1116
Record 1 1122-1
Chromosome number 11241
Name |~ 1126-1
Start |~ 11281
StOp g 1130-1
Information |~ 11321
HO _r 1134-1
HA1 |~ 1136-1
Hmix |~ 1138-1
Phase set _~ 1140-1
PS start |~ 1142-1
BC |~ 1144-1
PS End |~ 1146-1
.
.
Record O |~ 1122-0
Sequence / Read data — Chromosome 1 _~ 1148-1
Chunk 1150-1-1
Offset 1 | Length 1 | Bar code 1 |Flag set 1 |~ 1152-1-1
I N
Offset M | Length M | Bar code M FI;g set Ml 1192-1-M
Chunk 1150-1-2
:
:
Sequence / Read data — Chromosome M - 1148-M
Variant call data _~ 1154

FIG. 10



127137

Variant call data |~ 954
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