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I NTRO D U CTI O N Table 1. Characteristics of patients with BCP-ALL TCF3-PBX1 with RB1 deletions

WBC count Age Type of % of nucleus with
ID NClrisk Gender (x10°L) (years) deletion deletion
* Genomic alterations such as TCF3-PBX1 are frequently associated with B-cell precursor acute 7  Standard F 62.0 6.2 Complete -
lymphoblastic leukemia (BCP-ALL) risk stratification; 12 Standard  F 500.0 2.7 Complete 86.1
» Additional genomic aberrations, observed in most pre-leukemic clones, are crucial in both BCP-ALL 16 High F 9.4 18.7 Complete 89; 0
leukemogenesis and treatment management; 19 Standard M 590 o4 Partal |
& 5 ' 28 High F 34.5 10.8 Rare :
* QOur aims were to explore the role of deletions in genes involved in key BCP-ALL pathways and to 29 High M 74.6 2.7 Complete -
evaluate the gene expression profile of genes involved in cell cycle regulation according to the 33 Standard F 7.3 6.0 Partial | -
: e J
oresence of RB1 deletions (RB1%). 34 Standard F 14.0 3.4 Complete 93
36 Standard F 242 3.8 Complete 38.6
Possible exposure 41  Standard M 95.6 6.9 Partial Il 12.0
44 High F 9.8 17.1 Partial Il 60.0
l 45 Standard M 31.7 4.0 Complete 97.0
47  Standard F 27.0 2.9 Partial Il 33.0
: 75.0
1° event 2°  avent 49  Standard F 8.6 0.02 Part!al Il
TCF3-PBX1 RB1 deletions — 50 Standard M 25.1 1.2 Part!al | 1
51 Standard F 20.1 2.4 Partial I :
Abbreviations: F, female; L, litre; M, male; Complete deletion: deletion of all exons; Partial I: deletion of exons 6-16; Partial Il:
Born T deletion of exons 17-26; Rare: deletion of exon 6.
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RB1 FISH Probes

CONCLUSIONS

o RB1™ were frequently found as an additional aberration, particularly in TCF3-PBX1+ patients, and

Figure 4. Schematic design of RB1

Rer. swe BAC probes constructed to FISH deletionsin9p21 locus were also frequently observed;
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expression of E2F3, an important transcript factor that interacts directly with pRB and regulate the
expression of other genesinvolved in the cell cycle, such as cyclins A2 and B1,and CDC2, essentials for
G1/Sand G2/M phase transitions.

revealed heterogeneity of nuclei
harboring RB1™, varying from 12%
to 97% of the interphase nucleus
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