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TEST SELECTION

LYMPHOID NEOPLASIAS

Chromosome analysis - Karyotype:

CLL

FISH:
(13q-, 11q-, 17p-, +12) - OncoFISH
(13q-, 11q-, 17p-, +12, IGH) - OncoFISH
ATM del(11)(q22.3)
BCL2 rea. (18qg21.3)
del(13)(q14.3) (D13s319)
IGH rea. (14932)
TP53 del(17)(p13.1)
Trisomy 12

Molecular analysis:
IGVH hypermutation status

TP53 gene (somatic mutations)

ALL

FISH:
BCR-ABL t(9;22)
IGH rea. (14q32)
KMT2A rea. (11923.3)
PDGFRP rea. (5q32)

Molecular analysis:
1(9;22)(BCR-ABL) - RT-PCR

t(1;19)(E2A-PBX1) - RT-PCR
t(12;21)(TEL/AML1) - RT-PCR
t(4;11)(KMT2A/AF4) - RT-PCR

BCR-ABL p190 (E1A2) quantification
BCR-ABL p210 (B2A2, B3A2) quantification
E2A-PBX1 quantification

TEL/AML1 quantification

KMT2A/AF4 quantification

BCR-ABL (p190) fusion gene sequencing
BCR-ABL (p210) fusion gene sequencing

Other

non-stimulated cultures

MM

FISH:
(13g,17p, 1921.3, IGH) - OncoFISH
(19, 17p, t(4;14), t(14;16)) - OncoFISH
C-MYC rea. (8q24.21)
del(13)(q14.2) (RB1)
del/amp CDKN2C/CKS1B (1p32.3/1q21-22)
IGH rea. (14932)
IGH-CCND1 t(11;14)
IGH-FGFR3 t(4;14)
IGH-MAF 1(14;16)

Molecular analysis:

TP53 gene (somatic mutations)

Lymphomas

FISH:
ALK rea. del(2p); 1(2;5)
API2-MALT1 t(11;18)
BCL6 rea. (3q27-28)
C-MYC rea. (8q24.21)
IGH rea. (14q32)
IGH-BCL2 t(14;18)
IGH-MALT1 t(14;18)

Molecular analysis:
B cells (IGH) clonal rearrangement

IGK clonal rearrangement
TCRB clonal rearrangement
TCRD clonal rearrangement
TCRG clonal rearrangement
BRAF gene (V600 mutation)
MYD88 (p.Leu265Pro)



MYELOID NEOPLASIAS

Chromosome analysis - Karyotype: non-stimulated cultures

AML MPN

FISH: FISH:
(t(15;17), inv(16), 1(8;21), KMT2A, 5g-, 7q-, MECOM) - OncoFISH BCR-ABL 1(9;22)
CBFB (inv(16)/t(16;16)) FGFR1 rea. (8p11.2)
del(20)(q12) PDGFRa rea. (4912)
del(7)(q22931) PDGFRp rea. (5q32)
EGR1 del 5(q31)
KMT2A rea. (11q23.3)

Molecular analysis:
JAK2 (V617F; exons 12-15), CALR (exon 9), MPL (exon 10)

(somatic mutations)

PML-RARa t(15;17)
t(5;12) (TEL-PDGFRB) - RT-PCR

RUNX1-RUNX1T1 (8;21)

JAK2 gene (V617F mutation)
RPN1-MECOM (inv/t(3))

KIT gene (D816V)

Molecular analysis:
Myeloid Neoplasias Panel MDS and MDS/MPS

1(9;22)(BCR-ABL) - RT-PCR FISH:

UNI-GEN-F-200 v.3.00

t(15;17)(PML-RARa) - RT-PCR

1(8;21) (AML1/ETO) - RT-PCR
inv(16)/t(16;16)(CBFB-MYH11) - RT-PCR
BCR-ABL p190 (E1A2) quantification
BCR-ABL p210 (B2A2, B3A2) quantification
PML-RARa (BCR1/2) quantification
PML-RARa (BCR3) quantification
AMLT1T-ETO quantification

CFBF-MYH11 (A) quantification
CFBF-MYH11 (E/D) quantification

KIT gene (exons 8-11,13,17 e 18)
NPMT1 gene (exon 12)

FLT3 gene (ITD; TKD mutations)
IDH1/IDH2 genes (variants of exon 4)

Other

NOTICE

1. General description, purpose and risks

The purpose of a genetic test is to examine DNA and look for any specific changes, or
variations that could be related to certain diseases or conditions, and the risk of developing
certain disorders and conditions.

This test might not provide conclusive results about genetic status. While some genetic
variants are known in scientific databases to be pathogenic and others are known to be benign,
some of the genetic variants detected may be of uncertain significance.

In addition, current limitations in genetic testing technologies and or/ in scientific/medical
knowledge may not identify relevant variants that are associated with a disease or symptoms.
However, such results do not rule out the possibility of a genetic disease or predisposition to
such a disease. Further testing are recommended in such cases.

2. Use of data

In order to carry out the test, Unilabs CGC - Centro de Genética Clinica e Patologia S.A. will
collect, process and use personal data relating to health. The policy, followed in accordance
with the laws in force, is described at www.unilabs.pt.

(59-, 79-, 20g-) - OncoFISH

(59-, 79, 20g-, cen8) - OncoFISH
del(7)(q22931)

del(20)(q12)

EGR1 del(5)(g31)

TP53 del(17)(p13.1)

Trisomy 8

Molecular analysis:

Myeloid Neoplasias Panel

UBAT1 (codon 41)

CML

FISH:

BCR-ABL 1(9;22)

Molecular analysis:

1(9;22)(BCR-ABL) - RT-PCR

BCR-ABL p190 (E1A2) quantification
BCR-ABL p210 (B2A2, B3A2) quantification
BCR-ABL (p190) fusion gene sequencing
BCR-ABL (p210) fusion gene sequencing
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