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ADN: acido desoxirribonucleico

ADNc: ADN complementario

ARN: acido ribonucleico

ATRA: acido all-trans-retinoico

CALGB: Cancer and Leukemia Group B

CBF: core-binding factor

CID: coagulopatia intravascular diseminada

DM: double minute, fragmentos diminutos de ADN extracromosomico

FAB: French-American-British, clasificacion francesa-americana-britanica de la LMA
FISH: fluorescence in situ hybridization, hibridacion in situ por fluorescencia
FLT3-ITD: internal tandem duplication, duplicacion interna en tandem del gen FLT3
FLT3-PM: point mutation, mutaciones puntuales del gen FLT3

G-CSF: granulocyte-colony stimulating factor, factor estimulante de colonias granulociticas
GVL: graft versus leukemia, efecto del injerto contra la leucemia

HAT: histone acetyl-transferase, histona acetil-transferasa

HDAC: histone deacetyl-transferase, histona deacetil-transferasa

HMT: histone methyl-transferase, histona metil-transferasa

HSR: homogeneously staining region, regiones cromosomicas amplificadas que son visualizadas
por técnica de FISH como una amplia area tefida

Hot spots: regiones de ADN donde se producen mutaciones con elevada frecuencia
HOX: homeobox, genes homeoticos

In frame: reordenamiento que da lugar a un producto funcional

LLA: leucemia linfoide aguda

LMA: leucemia mieloide aguda

LMA-CBF: leucemia mieloide aguda con alteracion del core binding factor

LMA-DM: leucemia mieloide aguda con displasia multilinea

LPA: leucemia promielocitica aguda

MAP-K: mitogen ativated protein kinase

MDR: multi-drug resistance, resistencia a muliples farmacos

MIC: morphology-immunophenotype-cytogenetics. Clasificacion de la LMA

MLL-PTD: partial tandem duplication, duplicacién parcial en tandem del gen MLL
MPOQO: mieloperoxidasa

MRC: Medical Research Council

MRT: mortalidad relacionada con el tratamiento

MYST: MOZ/YBF2/SAS2/TIP60. Familia de proteinas con actividad acetiltransferasa
NCG: neutropenia congénita grave

NB: nuclear bodies, estructuras nucleares que contienen proteinas como PML y CREBBP
NS: negro Sudan

Nt: nucledtido

Out of frame: reordenamiento que da lugar a un producto no funcional
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PETHEMA: grupo espaiol de protocolo de estudio de la terapéutica de las hemopatias malignas
PCA: principal component andlisis, analisis de componentes principales

PCR: polymerase chain reaction, reaccion en cadena de la polimerasa

PEG: perfil de expresion génica

PI3-K: phosphoinositide 3-kinase

RC: remision completa

RT-PCR: reverse transcription-polymerase chain reaction

RTK: receptor tirosin-quinasa

SAS: something about silencing. Complejo proteico con actividad HAT presente en levaduras
SEER:Surveillance Epidemiology and End Results

SG: supervivencia global

SLE: supervivencia libre de enfermedad

SMD: sindrome mielodisplasico

SMPC: sindrome mieloproliferativo cronico

SNC: sistema nervioso central

STAT: signal transducer and activator of transcription. Familia de genes implicados en vias de
transduccion de senales

SWOG/ECOG: Southwest Oncology Group / Eastern Cooperative Oncology Group
t-MLL: translocaciones que involucran al gen MLL

TALE: three amino acid loop extension

TPH: trasplante de progenitores hematopoyéticos

VEGF: Vascular endotelial growth factor, factor de crecimiento del endotelio vascular
WHO: World Health Organization, Organizacion Mundial de la Salud

XV



XV

GLOSARIO DE GENES



XVI



GLOSARIO DE GENES

Simbolo Nombre aprobado Localizacion Otros simbolos
aprobado*
ABL1 v-abl Abelson murine leukemia 9q34.1 ABL, JTK7, c-ABL,
viral oncogene homolog 1 p150, v-abl
Ao AM10 ADAM metallopeptidase domain 10 | 15q2 kuz, MAcM, HsT18717,
Co 156¢
AFF1 AF4/FMR2 family, member 1 4q21.3 AF4, MLLT2
ALK anaplastic lymphoma kinase (Ki-1) | 2p23 Co246
BAALC brain and acute leukemia, 8q22.3
cytoplasmic
BAX BCL2-associated X protein 19q13.3-q13.4
BCL2 B-cell CLL/lymphoma 2 18q21.3 Bcl-2
BCR breakpoint cluster region 22q11 0225811, BCR1, 0225662
CBFB core-binding factor, beta subunit 16q22.1 PEBP2B
CCNAT1 cyclin A1 13912.3-q13
CoKN2A cyclin-dependent kinase inhibitor | 9p21.3 CoK4l, p16, INK4a,
2A (melanoma, p16, inhibits CDK4) MTS1, CMM2, ARF,
p19, p14, INK4,
p16INK4a, CeKN2, MLM
CEBPA CCAAT/enhancer binding protein 19913.1 CEBPa
(C/EBP), alpha
CREBBP CREB binding protein (Rubinstein- | 16p13.3 CBP, RTS, RSTS
Taybi syndrome)
CSF1R colony stimulating factor 1 5q32 C-FMS, CSFR, Co 115,
receptor, formerly McDonough FMS
feline sarcoma viral (v-fms)
oncogene homolog
oEK DEK oncogene (DNA binding) 6p23 06S231E
ELA2 elastase 2, neutrophil 19p13.3
ELL elongation factor RNA polymerase | 19p13.1 Men, ELL1, C190rf17
Il
EP300 E1A binding protein p300 22q13.2 p300
EVI1 ecotropic viral integration site 1 3q26 MoS1-EVI1, PRoM3
FLT3 fms-related tyrosine kinase 3 13q12 FLK2, STK1, Ca135
GAS7 growth arrest-specific 7 17p13.1 KIAA0394, MGC1348
GATAT1 GATA binding protein 1 (globin Xp11.23 ERYF1, NFE1, GF1
transcription factor 1)
HOXA9 homeobox A9 7p15-p14 HOX1G, HOX1
HOXo 13 homeobox D13 2q31-q32 HOX4l, SP=
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HRAS v-Ha-ras Harvey rat sarcoma viral 11p15.5 HRAS1
oncogene homolog

HTATIP HIV-1 Tat interacting protein, 11913 TIP60, PLIP, cPLAZ,
60kDa HTATIP1, ESA1

ITPA inosine triphosphatase (nucleoside | 20p HLC14-06-P, dJ79416.3,
triphosphate pyrophosphatase) C200rf37

KIT v-kit Hardy-Zuckerman 4 feline 4q11-q12 PBT, Cu 117, SCFR, C-
sarcoma viral oncogene homolog Kit

KLRK1 killer cell lectin-like receptor 12p13.2-p12.3 | NKGZ2o, KLR, NKG2-o,
subfamily K, member 1 Co314, o 1252489E

KRAS v-Ki-ras2 Kirsten rat sarcoma viral | 12p12.1 KRAS1, KRAS2
oncogene homolog

MAL mal, T-cell differentiation protein | 2cen-q13

MEIST Meis homeobox 1 2p14-p13

MEN1 multiple endocrine neoplasia | 11913

MLF1 myeloid leukemia factor 1 3qg25

MLL myeloid/lymphoid or mixed- 11923 TRX1, HRX, ALL-1,
lineage leukemia (trithorax HTRX1, CXXC7, MLL1A
homolog, Drosophila)

MLLT1 myeloid/lymphoid or mixed- 19p13.3 ENL, LTG19, YEATS1
lineage leukemia (trithorax
homolog, Drosophila);
translocated to, 1

MLLT3 myeloid/lymphoid or mixed- 9p22 AF-9, AF9, YEATS3
lineage leukemia (trithorax
homolog, Drosophila);
translocated to, 3

MYH11 myosin, heavy chain 11 16p13.11 SMMHC, SMHC

MYST3 MYST histone acetyltransferase 8p11 MOZ, ZNF220,
(monocytic leukemia) 3 RUNXBP2

MYST4 MYST histone acetyltransferase 10q22.2 querkopf, qkf, Morf
(monocytic leukemia) 4

NCOA2 nuclear receptor coactivator 2 8q13 TIF2, GRIP1, NCoA-2

NPM1 nucleophosmin (nucleolar 535 B23, numatrin, NO38
phosphoprotein B23, numatrin)

NRAS neuroblastoma RAS viral (v-ras) 1p13.2
oncogene homolog

NuMA1 nuclear mitotic apparatus protein | 11q13
1

NUP214 nucleoporin 214kDa 9q34 CAIN, CAN, 0 9S46E

NUP98 nucleoporin 98kDa 11p15

PBX1 pre-B-cell leukemia homeobox 1 1923

PoGFRB platelet-derived growth factor 5q31-g32 JTK12, Co 140D,

receptor, beta polypeptide

PeGFR1, PeGFR
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PML promyelocytic leukemia 15q22 MYL, TRIM19, RNF71

PRL prolactin 6p22.2-p21.3

PROM1 prominin 1 4p15 AC133, Co 133, PROML1

RARA retinoic acid receptor, alpha 17q12 RAR, NR1B1

RBM15 RNA binding motif protein 15 1p13 OTT, OTT1

RUNX1 runt-related transcription factor 1 | 21q22.3 AML1, CBFA2,
(acute myeloid leukemia 1; aml1 PEBP2A2, AMLCR1
oncogene)

RUNX1T1 runt-related transcription factor 1; | 8q22 AML1T1, CBFA2TT,
translocated to, 1 (cyclin D- CoR, ETO, MTGS,
related) ZMYNo 2

S100A9 S100 calcium binding protein A9 1921 P14, MIF, NIF, LIAG,

MRP14, MAC387,
60B8AG, CGLB, CAGB

SPI1 spleen focus forming virus (SFFV) 11p12-p11.22 PU.1, SPI-A
proviral integration oncogene spi1

STAT3 signal transducer and activator of | 17qg21 APRF
transcription 3 (acute-phase
response factor)

STAT5A nal transducer and activator of 17q11.2 MGF, STATS
transcription 5A

STAT5b signal transducer and activator of | 17q11.2
transcription 5B

TP53 tumor protein p53 (Li-Fraumeni 17p13.1 p53
syndrome)

ZBTB16 zinc finger and BTB domain 11923 PLZF

containing 16

*Seglin nomenclatura HUGO (http://www.gene.ucl.ac.uk/nomenclature)
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