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T25-6153

Lymphome folliculaire, grade 1/2, au diagnostic
Forte masse tumorale

Clone en CMF dans le ganglion tumoral = 60%
Echec du caryotype.

FISH : BCL2 réarrangé



125-6153

Guided assembly

N50 =324
LD=14,1
Map rate = 68

Effective coverage = 290

MName: T25-8153 - Guided Assembly
Sample: T258153

Operation: Annotated Guided Assembly
Reference: hg38_DLE1_Okb_Olabels.cmap
Job ID: 250007

SV Filters

Feature S\ Owverlap Precision (Hbp):

12

S\ Masking Filter: non mashed
WAF Filter: 0-1

Self Molecule Count: 3

% in Control Database: 1}

% in Control Database fior Enzyme: i1}

S\ Chimeric Score: all

Found in Self Molecules: yes
Cwerdap Genes: all

CNV Filters

Feature CNY Cwerlap Precision (Kbpl: 500

Copy Mumber Type: all

Copy Mumber Confidence: 0,29

Copy Mumber Min Size (bp): 500 000
Copy Mumber Masking Filter: non masked
Aneuploidy Filters

Aneuploidy Type: all
Aneuploidy Confidence: 0,85
AOH/LOH Filters

ADQHLOH Minimum Size (bp): 25000000

SV Filter Confidence Min Size (bp)
@ Insertion 1]

@ Deletion

@ Inversion 07

@ Duplication

1
@ Inira-Fusion -1
® Inter-Transhocation 1

Feature File sV CNV Act
Category Count
® Insertion 14
@ Deletion 14
@ Inversion 1
@ Duplication 3
@ Intra-Fusion 2z
@ Inter-Transkocation 17
ADQHILOH Region [i]
@ CNV Gain Segment 17
@ CNV Loss Segment 1
@ Aneuploidy Gain 1
@ Aneuploidy Loss 4]

Circos Tracks (start from outer rings})

Cytoband

SV track

CNV track
\IBF segments
Translocations



125-6153

‘Whole Genome
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T25-6153

Bed lymphomes B :
t(14;18) IGH::BCL2

VAF =0,31

t(4;8) et inv(8)(q24924)
MYC::non-Ig

VAF =0,12

Del 9p21.3 : CDKN2A (200 kb)

Del 16p13.3 : CIITA (3,1 Mb)




T25-6153 Map 1442

MYC réarrangé : t(4;8)
Partenaire ? FBXOS8

1chor Range [chré: 125,863,877-121,627,061 | | Molecules [Pack | |¥ Confidence [Findmep [ | & - Q2 TEMRMRD =& 20-
64M 128M 192M 256 M azZM 38.4 M 448M 512M 57.6M 64 M 70.4M 768M 832M 896M 96 M 1024M  1088M  1152M 1216M 128M l 1344 M
- -
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125-6153

VAF des SV =
0,12 a 0,22

CNV : size =0, confidence All

Hame:
Sample:
Operation:
Reference:
Job 1D:

T25-6153 - Guided Assembly
T25-6153

Annotated Guided Assembly
hg32_DLE1_0Okb_Olabels.cmap
250007

SV Filters

Feature 5V Overlap Precision (Kbp):
SV Masking Filter:

\AF Filter:

Self Molecule Count:

% in Control Database:

% in Control Database for Enzyme:
S\ Chimeric Score:

Found in Seif Molecules:

Crwerlap Genes:

CNV Filters

12
all
0-1

all

all

Feature CMY Owerlap Precision (Kbpj:

Copy Mumber Type:

Copy Number Confidence:
Copy Mumber Min Size (bp):
Copy NMumber Masking Filter:

Aneuploidy Filters

500

all

0

0

non masked

Aneuploidy Type:
Aneuploidy Confidence:
AOH/LOH Filters

all
0,85

AOQHLOH Minimum Size (bp):
SV Filter

Confidence

25 000000
Min Size (bp)

Insertion

Deletion

Inversion
Duplication
Infra-Fusion
Inter-Transkocation

Feature File

([ J RN N

sV CNV

Category

Insertion

Deletion

Inversion
Duplication
Inira-Fusion
Inter-Translocation
AOHLOH Region
CNW Gain Segment
CNW Loss Segment
Aneuploidy Gain
Aneuploidy Loss

*200 S00RRN

Circos Tracks (start from outer rings)

Cytoband

SV track

CNV track:
"WAF s=gments
Transhcations



125-6153

Chromosome 8 ...
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T25-6153
Chromosome 8 ...

CNV : size =0, confidence All
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T25-6153
Chromosome 8 ...

114,8 -116,3 Mb
f.f
.f




T25-6153 8

' 1148-1163Mb |

[Genome Browser W |Anchor Range [chra: 111,560,660-120.085.265 | | Molecules [Pack w]|IF o | Finamsp [ | ESB-QZT Fi} @ NNHE?2O-
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T25-6153 Map 1216

8q

nohar Range [chr@: 113.806.222-115.818616 | | Molecules [Fack ~] 15 Coniid ~] | Find Msp -2 TENA a0

6.4M 128M 192M 256 M azm 384 M 448M 512M 57.6M 64M 704 M 768M 832M 89.6M 96 M 1024 M 1088M M 1216M
- |

Map 1218 Label 74 Bp 338282
Ch 1 Occurrences 45.7 Coverage 53.6X
\-l\ \1\ \Il \.l\ \b b \h- \lﬁ Chimeric score 100 Orientation — \:h \3\
R N o ep? o o op® p® o v

Y
Anchord Label 102233 Bp 54 751816 ‘.)‘3' ‘Db

ot bt

CNV Annotation

H H tefconfigiD2 RefStarfPos_.  §  RefEndPos.. H Zygosity ¥ i H Present in % of control db samples 3 Present in % of control db samples with the same enzyme
fusion ] 3 104 555 227 121114235 - heterozygous 0.84 1454 0.180 0.0 0.0 pass
fusion 8 3 104 558 227 121 114 235 - heterozygous 0.8 1455 0,180 0.0 0.0 pass

111 760 447 68 280855 -1 heterozygous 0,

fusion ] 2 B2 1456 0,180 0.0 0o pass




Entre ces deux points,
Nb copies =2 ??

T25-6153 Map1181

woutes [Fak V117 Coniidence [ 19] | Finamep [ ][ & B-QSTEHB @ LN #20-
32 M 384 M 448 M 512M 576 M 64 M 0.4M 768 M 832 M
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1024 M

108.8M
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121

EM



T25-6153 Map 1181

- Range [chrd: 117.125.528-128,833.638 | | Molacules [Fack | |¥ Confidence | Finamesp [ A EE-Q2TE R @E A0

Position SV / borne CNV =
identique =127 008 058
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T25:6153 Map112 | 2

[¢ ] Range [chr3: 120,080,843-132,618,840 | | Molecules [Fack | |5 Gonfidence |Fnamae [ B2 - TEMNBD2E™&2720-
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Position SV / borne CNV =
identique = 119 683 408



T25-6153 M Position SV = 119 683 408 84

[6 | Range [chra: 118.750,441-120,863.774 | | Molecules [Pack | |¥ Gonfidence | Findamap [ || & B 1A 2 TEMRNBA2Em&720-

1 128 M 182 M 256 M 32 M 384 M 448 M 51.2M 576 M 64 704 M 768M 832M 8965 M 96 M
| |

?? CNV 2 copies dans cet intervalle
W N



[ ] Range [chré: 138,858, 187-137,803,807 | | Molecules [Fack %] |5 Confidence | Finamar [ A E B2 TENBAE™&720-

1 128M 192M 256 M 32M 384M 448 M 512M 576 M 64 M 704M 768 M 8azM B96M 96 M 1024M 1088 M 1182M 1216M 128
n
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T25-6153

CONCLUSIONS... Hypotheses !

Evenement complexe sous-clonal (~¥30% des cellules) avec réarrangement MYC
Limite de détection des CNV

Difficile d’établir avec certitude le(s) mécanisme(s) sous-jacent(s)



ChromolymphoB?

FrOGG —29/01/26
Giulia TUEUR



- wae ginigue 1

ATCD : Nombreux dont TE compliqguée de myélofibrose. Blastose a 7%

Juin 2024 : Apparition lymphocytose a 38 G/L

CMF retrouvant 2 populations :

- Une majoritaire (98% des LyB) CD5+, lambda, CD20+ =» LCM

- Une minoritaire (0,6% des Ly B) CD5+, kappa dim, CD20dim =» LLC
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O

NA

aelefion

infrachr_fusion

infrachr_fusion

infrachr_fusion

infrachr_fusion

translocation i...

infrachr_fusion

infrachr_fusion

infrachr_fusion

infrachr_fusion

infrachr_fusion

translocation i ..

13

13

13

13

13

13

13

13

13

13

13

13

13

13

13

13

13

19

13

13

13

13

13

19

105 440 223

23920053

23 920058

3077 413

34 549 359

49 445273

59 743 327

R T i

&0 991 339

102 871 114

105 440 223

26 253 286

107 342 356

107 342 3506

107 342 356

102 969 415

60 475 107

22 465 414

31 300 936

44 515 391

53702319

72 476 858

23 825 400

1036 799

1779338

-1

-1

A

-1

A

-1

-1

0,78

0,96

0,78

0,95
0,97
0,97
0,96
0,95

0,51

{95

0,76

0,96

0,310

0,350

0,350

0,300

0,120

0,380

0,330

0,340

0,310

0,370

0,320

0,300




OGM

31077 413 32870738 1793 326 1,348 1,00 0,325
32831974 35 167 434 2 2385 481 loss 1,213 1,00 0,394
35 170 997 44 529 730 9 655 794 loss 1,032 1,00 0,434
44 833 979 49 425 152 4594174 loss 1,726 0,99 0,137
49 445 273 36 690 160 9 244 555 loss 1,017 1,00 0,491
39 T35 47T G0 390 776 652 300 logs 1,008 1,00 0,496
60 392 350 T2 464 G542 12 072 493 loss 1,285 1,00 0,357
0973 TV 91 344 315 10 370 538 loss 1,295 1,00 0,352
105 440 223 107 309 921 1 869 699 loss 1,238 1,00 0,381
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RefcontiglD1

RefcontiglD2

RefStartPos... #

RefEndPos ...

size (bp)  *

Confide...

Smapld E

ighrgchr_fusion

infrachr_fusion

franslocation_i. ..

infrachr_fusion

intrachr_fusion

infrachr_fusion

intrachr_fusion

infrachr_fusion

intrachr_fusion

franslocation ...

franslocation i...

franslocation ...

SV Annotation

[\Elte Ml CNV Annotation

Start (bp) &

165 597 692
29 4 167 453 404
30 4 170 010 615

Feature

End (bp)

166 502 038

168 160 926

171 187 219

14

14

14

Type £

loss
loss

loss

151 312150

151 431 426

152 337 386

153 859 590

167 793 455

170122 414

170112133

171 134 314

172 513 365

155 820 999

167 152 876

167 152 876

Fractional Copy Nu...

1357

1299

VAFs similaires =» chromotrypsis ok?

167 798 455

154 321 689

49 298 483

168 117 374

151 312 150

162 171774

162 171774

151 431 426

158 393 352

162 035038

49 127 727

49127 727

Copy Nu._.

Confidence

Zygosity &
-1 heterozygous
-1 heferozygous
-1 heterozygous
-1 heferozygous
-1 heterozygous
-1 heferozygous
-1 heterozygous
-1 heferozygous
-1 heterozygous
-1 heferozygous
-1 heterozygous
-1 heferozygous

& 0,322

& 0,350

0,99 68 0,320
0,98 o 0,200
0,99 69 0,350
0,99 59 0,340
0,99 71 0,320
0,99 71 0,320
0,60 724 0,320
0,97 7. 0,360
0,99 7 0,310
0,97 10 0,050
0,99 209 0,350
0,99 209 0,350

Overlap Genes E

LINCO1179;LOCT01928131, TLLY
Region-based ANXATO

Region-based = MFPAF3LLOCIOISZ8198AADAT,LINCO1612; .

Nearest NonOverlap Ge... E

CPE
DOXE0

LINCO2275

HNearest N



Casn°3

e Rechute LCM

e 43~45,XY,der(3)add(3)(p?)add(3g?),t(11;14)(g13;932),-17,+1~7mar,inc[cp22]
.ish t(11;14)(CCND1+,IGH+;IGH+,CCND1+)[12],mar(TP53-,D17Z71+)x2[47]
.nuc ish(CCND1,IGH)x3(CCND1 con IGHx2)[184/200],(TP53x1,D17Z1x2)[172/200]

Caryotype hypodiploide a 43~45 chromosomes, tres complexe, composite et tres difficilement
classable retrouvant la t(11;14)(g13;932) (avec fusion IGH-CCND1 confirmée en FISH) associée a

de facon variable a de nombreuses anomalies (non identifiables).
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| Genome Browser v | Anchor | 3 v | Range |chr3: 0-198,295 559 | | Molecules | Pack |l- Confidence |:’_| | FindMap [ ||A & B-QCY (1Yo
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insertion

delefion

deletion

translocation_i...

translocation_i. ..

translocation_i...

translocation_i. ..

translocation_i...

infrachr_fusion

infrachi_fusion

translocation_i...

translocation_i...

translocation_i...

translocation_i...

translocation_i. ..

translocation_i...

translocation_i...

RefcondiglD1

RefcontiglD2

13

13

10

12

10

10

12

12

12

12

RefStariPos....

147 176 776

M3 174917

16 976 706

95035939

12 644 364

49293 716

50 334 098

50 225777

84615999

86925 264

a7 264 109

118 256 796

50 334 098

50 334 098

50225777

50225777

14930 476

14950 476

RefEndPos _..

147 188 128

113 175 389

16 992 117

95 784 047

2§ 589 845

25 723 253

103 347 007

9 361 501

38 939 681

118 421 112

93 T27 966

39277619

103 347 007

103 347 007

9361 501

9 861 501

126 389 241

126 389 241

Size (bp) £

17 153
4689
3744678

-1

-1

-1

-1

-1

-1
-1
-1

-1

-1

Confide. ..

0,99

0,99

0,440

0,530

0,440

0,450

0,430

0,630

0,670

0,590

0,360

0,530

0,380

0,630

0,630

0,670

0,670

0,500

0,500



Start (bp)  §

12 604 415

49 293 716

&4 613 347

&7 264 108

95 007 676

End (bp) 3
14 980 476
34 605 876
86 938 375

90 375 036
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45 283 546 45 141 455 851 973

deletion 17 17 45 283 546 46 141 455 851 955 0,79 0,280

deletion 17 17 T3 417 T46 75 454 528 13 538 0,9 0,280
transiocation_i... 17 i & 335 672 33 964 942 -1 0,99 0,670
transiocation_i... 17 & & 335672 33 964 942 -1 0,99 0,670
intrachr_fusion 17 17 9 833 650 20 353 187 -1 0,54 0,490

Start (bp) & End (bp) Size (bp) £ Type * Fractional CopyNu... % CopyMu.. £  Confidence
1315 080 & 295 051 6 979 972 loss
17 & 304 000 g 807 973 1503 974 gain 2,927 3 1,00 0,464
17 9813 180 11 229675 1416 496 loss 1,083 1 1,00 0,458
17 11 715 697 16 723 925 5 003 229 loss 1,013 1 1,00 0,493
17 16 727 463 19 497 284 2 769 822 gain 3,016 3 1,00 0,508
17 19 505 676 20 853 187 1347 512 gain 2,367 3 1,00 0,433
17 20 855 789 22 079 438 1223 650 gain 5,154 5 1,00 1,577

17 22 080 375 22 732 367 6321993 gain 3,048 3 1,00 0,225
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