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GENERALIDADES DEL LINFOMA FOLICULAR 

 

 Clasificación 

Figura 1. Origen de los linfomas de células B maduras 
Desde la célula B naive hasta la célula B de memoria, la mayoría de los estados de diferenciación 
se asocian con un subtipo maligno de célula B definido como célula de origen (COO) en base a la 
definición histológica clásica y al perfil de expresión génica. El COO asume que las neoplasias de 
células B están bloqueadas en un determinado estado de diferenciación, procedentes de una 
localización particular del folículo linfático. 
MZL: linfoma de células del manto; BL: linfoma de Burkitt; FL: linfoma folicular; DLBCL: linfoma 
difuso de células grandes B. 
Reproducido con permiso de Carbone A et al, 20192 
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Figura 2. Frecuencia de los linfomas de célula B en adultos 
Adaptada de Swerdlow SH et al, 20171 

 

 Epidemiología 
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 Linfomagénesis y características biológicas 
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Figura 3. Etapas tempranas de la linfomagénesis folicular 
Al ser activada por un antígeno (Ag), la célula B entra en el centro germinal (CG), diferenciándose 
en centroblasto, y sufre el proceso de expansión clonal, en la zona oscura. Durante la proliferación, 
el proceso de hipermutación somática (SHM) introduce modificaciones en la región variable de las 
inmunoglobulinas (IGHV). Los centroblastos se diferencian en centrocitos y se dirigen hacia la zona 
clara. Las células B normales con inmunoglobulinas de alta afinidad se seleccionan para su 
consecuente diferenciación, sufren el proceso de cambio de clase o isotipo (CSR) y salen de la 
reacción del CG, mientras las no seleccionadas, al carecer de señales de supervivencia, se eliminan 
por apoptosis. En cambio, las células t(14;18)+, son rescatadas por la expresión forzada de BCL2, lo 
que les permite salir de la reacción del CG como células B de memoria sIgM y pueden sufrir un 
bloqueo en su desarrollo dando lugar a células LF-like (FCCLs), con activación constitutiva de AID y 
BCL6. Éstas se pueden diseminar de forma extensiva y viajar entre folículos, la médula ósea y la 
sangre. Se desconoce si existe un estado pre-LF o algún paso del desarrollo necesario para la 
aparición de un LF manifiesto. 
Reproducido con permiso de Huet S et al, 201810 
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Figura 4. Histología del linfoma folicular 
A: Imagen a medio aumento de un corte histológico (H-E) de linfoma folicular, mostrando el patrón 
de crecimiento nodular. B: Detalle a gran aumento de las células que componen el linfoma 
folicular. 
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Tabla 1. Gradación histológica del LF 

CGA: campo de gran aumento 
Adaptado de Swerdlow SH et al, 20171 y Choi SM et al, 201820  

 

Grado Centroblastos 
por CGA 

Índice 
Ki67 

Observaciones citogenéticas y fenotípicas 

1 0-5 <20% Hasta en un 90% de casos el tumor expresa CD10 y BCL2 y 
muestra translocación de BCL2 

2 6-15 <20% Hasta en un 90% de casos el tumor expresa CD10 y BCL2 y 
muestra translocación de BCL2 

3A >15 >20% Presencia de centrocitos. Hasta en un 75% de casos el 
tumor expresa CD10 y BCL2 y muestra translocación de 
BCL2 

3B >15 >20% Presencia de áreas difusas de centroblastos. En pocos 
casos el tumor expresa CD10 y BCL2 y muestra 
translocación de BCL2 
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 Manejo y pronóstico 
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Figura 5. Algoritmo de tratamiento en linfoma folicular 
A: Pacientes con LF de nuevo diagnóstico grado 1-3a (los pacientes de grado 3b generalmente se 
tratan como LDCGB). B: Pacientes con LF recurrente.  
Reproducido con permiso de Kahl et al, 201657 
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Tabla 2. Índices pronósticos FLIPI y FLIPI 2 

Parámetro Definición de factores de riesgo* 
FLIPI FLIPI 2 

Ganglios >4 afectaciones ganglionares Diámetro del ganglio mayor de >6 
cm 

Edad >60 años >60 años 
Marcador suero LDH elevada β2 microglobulina elevada 
Estadio  Avanzado (III-IV Ann Arbor) Médula ósea afectada 
Hemoglobina <12g/dl <12g/dl 

*0-1 factores: riesgo bajo; 2 factores: riesgo intermedio; 3-5 factores: riesgo alto 
Adaptado de Solal-Céligny P et al, 200458; Federico M et al, 200960 
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PATOGÉNESIS Y ALTERACIONES MOLECULARES EN EL 

LINFOMA FOLICULAR 

 Desregulación epigenética 



I N T R O D U C C I Ó N | 25 

 

Tabla 3. Genes implicados en la desregulación epigenética 

SLF: supervivencia libre de fallo; SLP: supervivencia libre de progresión. 
Referencias: 10,18,94–96,64,80,82,83,90–93 
 

Gen Frecuencia  Relevancia biológica Relevancia clínica 

KMT2D 65-80% Descenso de la actividad metil-transferasa de 
histona H3K4, descenso de expresión de genes 
supresores que controlan vías de activación de 
células B. Alteración de centros germinales. 
Promoción de proliferación de células B y 
linfomagénesis. 

Incierta 

CREBBP 60-75% Descenso de la actividad acetil-transferasa de 
histonas H3K27 y H3K18. Desregulación de genes de 
señalización de células B y de respuesta inmune, 
promoviendo escape inmune. Expresión elevada de 
MYC. Inactivación funcional de TP53, activación de 
BCL6. Promoción de linfomagénesis. 

Componente del m7-
FLIPI (menor SLF). 
Asociado a menor 
SLP (incierto, posible 
impacto clínico 
diferente según el 
tipo de mutación). 

Histonas 20-40% Incierta.  Posible desorganización de la cromatina, 
alteración transcripcional. 

Incierta 

EZH2 20% Incremento de la actividad metil-transferasa H3K27 
por mutaciones activadoras recurrentes. Represión 
transcripcional, activación de la vía mTORC1. 
Esencial para el bloqueo de la célula en estado de CG 
y promoción de linfomagénesis. 

Componente del m-
7-FLIPI (mayor SLF). 
Asociado a mayor 
SLP. Marcador 
predictivo para el 
tratamiento con 
tazemetostat.  

EP300 10-20% Estructural y funcionalmente homólogo a CREBBP. Componente del m7-
FLIPI (menor SLF). 

BCL7A 10-15% Forma parte del complejo remodelador del 
nucleosoma. Relevancia de mutaciones incierta. 
Posible desorganización de la cromatina. 
Recientemente descrito como supresor tumoral en 
LDCGB. 

Incierta 

ARID1A 10-15% Forma parte del complejo remodelador del 
nucleosoma. Mutaciones truncantes de relevancia 
incierta. Posible desorganización de la cromatina, 
alteración de la reparación del DNA y de la 
transcripción. 

Componente del m-
7-FLIPI (mayor SLF). 
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 Señales de supervivencia y proliferación 

Vía de señalización del receptor de células B 
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Vía de señalización JAK-STAT 

BCL6 
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BCL2 
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Vía de señalización mTORC1 

P53 y SESTRIN1 
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Tabla 4. Genes implicados en señales de supervivencia y proliferación 

SLF: supervivencia libre de fallo. 
Referencias: 10,64,80,82,90,101,102,108,128,130 

 

 Evasión inmune 

Gen Frecuencia  Relevancia biológica Relevancia clínica 

BCL2 50% Proteína anti-apoptótica desregulada en el 85% 
de casos por translocación IGH/BCL2. 
Mutaciones de implicación incierta.  

Incierta. 

MEF2B 10-20% Factor de transcripción. Las mutaciones 
provocan desregulación de la expresión de 
BCL6 y de la migración celular. 

Componente del m-
7FLIPI (mayor SLF). 

STAT6 10-20% Factor de transcripción. Mutaciones 
activadoras hotspot en dominio de unión al 
DNA. Aumento de señalización JAK-STAT a 
través de IL4. 

Incierta. 

CARD11 10-15% Link entre BCR y NF-ĸB. Las mutaciones 
provocan activación constitutiva de la vía NF-
ĸB. 

Incierta. Posiblemente 
asociado a resistencia a 
inhibidores de BTK. 

RRAGC 10-15% Miembro de la familia Rag GTPasa, esencial 
para la activación de la vía metabólica de 
mTORC1. Mutaciones: activación del eje PI3K-
AKT-mTORC1, promoción de linfomagénesis. 

Incierta. Posible diana 
terapéutica ante 
inhibidores de mTOR. 

ATP6V1B2 10% Forma parte del complejo V-ATPasa, esencial 
para la activación de la vía metabólica de 
mTORC1. Mutaciones: activación del eje PI3K-
AKT-mTORC1, promoción de linfomagénesis. 

Incierta. Posible diana 
terapéutica ante 
inhibidores de mTOR. 

ATP6AP1 10% Forma parte del complejo V-ATPasa, esencial 
para la activación de la vía metabólica de 
mTORC1. Mutaciones: activación del eje PI3K-
AKT-mTORC1, promoción de linfomagénesis. 

Incierta. Posible diana 
terapéutica ante 
inhibidores de mTOR. 

FOXO1 5-10% Factor de transcripción efector de la vía PI3K-
AKT. Retención nuclear de FOXO1 por efecto de 
mutaciones activadoras, manteniendo señales 
de supervivencia y proliferación. 

Componente del m-
7FLIPI (menor SLF). 
Posiblemente afecta a la 
sensibilidad de 
inhibidores de PI3K. 

CD79A/B 5-10% Forma parte del receptor BCR. Mutaciones: 
incrementa la expresión de BCR en la superficie 
de la célula. Contribuye a la activación crónica 
de la señalización BCR. 

Incierta. Posiblemente 
asociado a sensibilidad 
incrementada a 
inhibidores de BTK. 

GNA13 5-10% Proteína-G que antagoniza la vía PI3K-AKT. 
Mutaciones: promueven el crecimiento de las 
células B y su diseminación. Promoción de 
linfomagénesis. 

Incierta. Posiblemente 
asociado a sensibilidad 
ante inhibidores de 
PI3K/AKT y de BCL2. 
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TNFRSF14 

CTSS 
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Tabla 5. Genes implicados en la evasión inmune 

Gen Frecuencia  Relevancia biológica Relevancia clínica 

TNFRSF14 40-50% Miembro de la familia de receptores TNF. Su 
disrupción por mutaciones o deleción de 1p36 
promueve la linfomagénesis e induce un 
microambiente pro-tumoral. 

Incierta. Posiblemente 
relacionado con mal 
pronóstico. 

CTSS 5-10% Procesamiento de antígenos y regulación de la 
comunicación con las células T. Promueve 
evasión inmune.  

Incierta. Posiblemente 
asociado con menor 
probabilidad de 
progresión temprana. 

Referencias: 64,78,81,138,140,142,145,146 
 

Papel de los reguladores epigenéticos 
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Figura 6. Vías moleculares de patogénesis en linfoma folicular 
La complejidad genética del linfoma folicular se caracteriza por A: alteraciones en modificadores 
epigenéticos como EZH2, KMT2D, CREBBP y EP300, junto con alteraciones en diversas vías 
celulares clave, incluyendo B: BCL6, C: mTOR, D: TNFRSF14 y E: JAK-STAT. Las alteraciones 
genéticas activadoras e inactivadoras se muestran en cada una de estas vías, así como sus 
respectivos efectos. 
Reproducido con permiso de Lackraj T et al, 2018107 
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APLICACIÓN CLÍNICA DE LA NEXT GENERATION SEQUENCING 

EN LINFOMAS 

 

 Situación actual 
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 Retos en la implementación clínica 

Elección del panel 
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Factores preanalíticos 
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Análisis y clasificación de variantes 
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Figura 7. Clasificación de variantes genéticas 
A: Clasificación de variantes basada en patogenicidad biológica, comúnmente utilizada en el 
estudio de enfermedades hereditarias (incluyendo el cáncer)203,213. B: Clasificación de variantes 
basada en accionabilidad clínica, creada para ser aplicada en cáncer somático149. En color rojo se 
representan las categorías clínicamente accionables. 
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Tabla 6. Listado de genes incluidos en el panel de NGS 

Genes y su correspondiente secuencia de referencia, agrupados según la vía implicada. 

Regulación epigenética y 
transcripcional 

Supervivencia celular Señalización BCR 

Gen RefSeq Gen RefSeq Gen RefSeq 
ARID1A NM_006015.4 ATM NM_000051.3 BTK NM_000061.2 
ARID1B NM_020732.3 BCL2 NM_000633.2 CARD11 NM_032415.4 
BCL6 NM_001706.4 CCND3 NM_001760.3 CD79B NM_001039933.1 
BCL7A NM_020993.3 DTX1 NM_004416.2 CXCR4 NM_001008540.1 
CREBBP NM_004380.2 EEF1A1 NM_001402.5 FOXO1 NM_002015.3 
EBF1 NM_024007.3 FAS NM_000043.4 IRF4 NM_002460.3 
EP300 NM_001429.3 JAK2 NM_004972.3 IRF8 NM_002163.2 
EZH2 NM_004456.4 JAK3 NM_000215.3 KLF2 NM_016270.2 
HIST1H1B NM_005322.2 MCL1 NM_021960.4 KLHL6 NM_130446.2 
HIST1H1C NM_005319.3 MYC NM_002467.4 MS4A1 NM_021950.3 
HIST1H1D NM_005320.2 NOTCH1 NM_017617.3 MYD88 NM_001172567.1 
HIST1H1E NM_005321.2 NOTCH2 NM_024408.3 PIK3CA NM_006218.2 
KMT2C NM_170606.2 PIM1 NM_001243186.1 PIK3CD NM_005026.3 
KMT2D NM_003482.3 SGK1 NM_001143676.1 PIK3R1 NM_181523.2 
MEF2B NM_001145785.1 SOCS1 NM_003745.1 PLCG2 NM_002661.3 
PAX5 NM_016734.2 ST6GAL1 NM_173216.2 TNFAIP3 NM_006290.3 
SMARCA4 NM_001128849.1 STAT6 NM_003153.4 

  

TET2 NM_001127208.2 TNIK NM_015028.2 
  

  
TP53 NM_000546.5 

  

Respuesta inmune Señalización mTORC1 Migración celular 

Gen RefSeq Gen RefSeq Gen RefSeq 
B2M NM_004048.2 ATP6AP1 NM_001183.4 GNA13 NM_006572.4 
CD58 NM_001779.2 ATP6AP2 NM_005765.2 GNAI2 NM_002070.2 
CTSS NM_004079.4 ATP6V1B2 NM_001693.3 

  

IGLL5 NM_001178126.1 RRAGC NM_022157.3 
  

TNFRSF14 NM_003820.2 
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 Preparación de la librería y secuenciación 
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Figura 8. Esquema del procedimiento de preparación de librerías 

 

 Análisis y clasificación de variantes 

https://geneglobe.qiagen.com/es/analyze/
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Figura 9. Esquema global del estudio mutacional mediante NGS 
BAM: Binary Alignment Map, VCF: Variant call format. 
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 Características de los pacientes 

 Calidad de los datos de secuenciación 
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Figura 10. Efecto del tratamiento del DNA con uracilo-DNA glicosilasa (UDG) 
Porcentaje de variantes C:G>T:A sobre el total de variantes detectadas en cada muestra y 
distribución de acuerdo a su frecuencia alélica. 
 
 

Figura 11. Efecto de la antigüedad de la biopsia sobre el límite de detección 
LOD: límite de detección (percentil 95 de la fracción alélica mínima detectable) expresado en 
porcentaje de frecuencia alélica. 
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Figura 12. Profundidad de lectura 
Las líneas punteadas representan los promedios. Muestras ordenadas de mayor a menor 
antigüedad. 
 

 Variantes detectadas 

Figura 13. Distribución de la clasificación de variantes 
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Figura 14. Genes con una frecuencia de mutación observada superior al 5% 
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Figura 15. Coocurrencia o exclusión mutua entre los 25 genes más frecuentes 
 

 Mutaciones en la vía de regulación epigenética y transcripcional 

Figura 16. Frecuencia mutacional en los genes de la vía de regulación epigenética y 
transcripcional 
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Figura 17. SLP de los 5 genes de la vía epigenética y transcripcional incluidos en el modelo m7-
FLIPI 

 

Figura 18. Distribución de las mutaciones detectadas en ARID1A 
Se representan en color negro las mutaciones truncantes (nonsense, indels frameshift y en posición 
de splicing) y en color verde las mutaciones missense. En color azul se representan las alteraciones 
que constan en la base de datos mutacional OncoKB150. 

 

 Mutaciones en la vía de supervivencia y proliferación celular 
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Figura 19. Frecuencia mutacional en los genes de la vía de supervivencia y proliferación celular 
 

Figura 20. Curvas de supervivencia en función del estado mutacional del gen BCL2 
SG: supervivencia global, SLP: supervivencia libre de progresión. 
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↔ ↔

Figura 21. Mutaciones detectadas en el gen BCL2 
A: Se representan en color negro las mutaciones truncantes (nonsense, indels frameshift y en 
posición de splicing) y en color verde las mutaciones missense. En color azul se representan las 
alteraciones que constan en la base de datos mutacional OncoKB150. B: Distribución de las 
mutaciones en función del tipo de cambio (transiciones vs transversiones u otras). 
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Figura 22. Distribución de mutaciones y curvas de supervivencia para el gen STAT6 
A: Distribución de las mutaciones de STAT6. B: Supervivencia libre de progresión en pacientes 
portadores de mutaciones hotspot en el aminoácido Asp419. 

 

 Mutaciones en la vía de respuesta inmunológica 
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Figura 23. Frecuencia mutacional en los genes de la vía de respuesta inmunológica 

 

Figura 24. Mutación hotspot y curvas de supervivencia del gen CTSS  
A: Variante hotspot Tyr132Asp en el gen CTSS. B: Supervivencia global (SG) y supervivencia libre de 
progresión (SLP) para el gen CTSS. 
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 Mutaciones en la vía de señalización BCR 

Figura 25. Frecuencia mutacional en los genes de la vía de señalización BCR 

 

 
Figura 26. SLP de los 2 genes de la vía de señalización BCR incluidos en el modelo m7-FLIPI 
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 Mutaciones en la vía de señalización mTORC1 

Figura 27. Frecuencia mutacional en los genes de la vía de señalización mTORC1 
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Figura 28. Curvas de supervivencia libre de progresión de la vía mTORC1 
A. SLP analizando globalmente los cuatro genes de la vía mTORC1. B. SLP individual de cada gen. 
WT: wild-type (no mutado). 

 

 Mutaciones en la vía de migración celular 
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Figura 29. Frecuencia mutacional en los genes de la vía de migración celular 

 

Figura 30. Curvas de supervivencia de los genes GNA13 y GNAI2 
SG: supervivencia global; SLP: supervivencia libre de progresión. 
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Figura 31. Representación global (oncoplot) de las alteraciones detectadas 
Genes mutados y sus frecuencias en la cohorte. En la parte baja de la figura se representan los 
tratamientos administrados, el índice FLIPI y el POD24. Codificación FLIFI: score 1: 0-1 (bajo), score 
2: 2 (intermedio), score 3: 3-5 (alto). 
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 Papel pronóstico de la infección por el virus de la hepatitis B 

Figura 32. Supervivencia y mutaciones según el estado de anti-HBc 
A: SLP, supervivencia libre de progresión. B: SG, supervivencia global. C: Se representan los 20 
genes con mayor frecuencia de mutación, según el estado de anti-HBc (HBV positivos en negro, 
HBV negativos en gris). 
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 Listado de mutaciones detectadas 

Gen Posición 
cromosómica 

Cambio 
nucleótido 

Cambio proteína Consecuencia 

ARID1A chr1:27023405 c.511C>T p.(Gln171Ter) stop_gained 

ARID1A chr1:27023405 c.511C>T p.(Gln171Ter) stop_gained 

ARID1A chr1:27023447 c.553C>T p.(Gln185Ter) stop_gained 

ARID1A chr1:27023525 c.631C>T p.(Gln211Ter) stop_gained 

ARID1A chr1:27023525 c.631C>T p.(Gln211Ter) stop_gained 

ARID1A chr1:27023525 c.631C>T p.(Gln211Ter) stop_gained 

ARID1A chr1:27023525 c.631C>T p.(Gln211Ter) stop_gained 

ARID1A chr1:27023525 c.631C>T p.(Gln211Ter) stop_gained 

ARID1A chr1:27023545 c.653del p.(Asn218ThrfsTer14) frameshift_variant 

ARID1A chr1:27023549 c.655C>T p.(Arg219Cys) missense_variant 

ARID1A chr1:27057661 c.1369C>T p.(Gln457Ter) stop_gained 

ARID1A chr1:27057661 c.1369C>T p.(Gln457Ter) stop_gained 

ARID1A chr1:27057976 c.1684C>T p.(Gln562Ter) stop_gained 

ARID1A chr1:27087889 c.2178_2193del p.(Arg727SerfsTer10) frameshift_variant 

ARID1A chr1:27088638 c.2252-5A>G  splice_region_variant 

ARID1A chr1:27088648 c.2257A>G p.(Met753Val) missense_variant 

ARID1A chr1:27099947 c.3826C>T p.(Arg1276Ter) stop_gained 

ARID1A chr1:27099947 c.3826C>T p.(Arg1276Ter) stop_gained 

ARID1A chr1:27101626 c.4909del p.(Arg1637GlyfsTer17) frameshift_variant 

ARID1A chr1:27101631 c.4913A>G p.(Asp1638Gly) missense_variant 

ARID1A chr1:27106649 c.6260G>A p.(Gly2087Glu) missense_variant 

ARID1A chr1:27106982 c.6595del p.(Leu2199Ter) frameshift_variant 

ARID1B chr6:157099414 c.351_354delinsACA p.(Gln118HisfsTer62) frameshift_variant 

ARID1B chr6:157099511 c.448C>T p.(Pro150Ser) missense_variant 

ARID1B chr6:157099761 c.698A>T p.(Tyr233Phe) missense_variant 

ARID1B chr6:157100388 c.1328_1329del p.(Pro443GlnfsTer91) frameshift_variant 

ARID1B chr6:157100465 c.1402C>T p.(Gln468Ter) stop_gained 

ARID1B chr6:157100606 c.1542+1G>T  splice_donor_variant 

ARID1B chr6:157222615 c.1882C>T p.(Gln628Ter) stop_gained 

ARID1B chr6:157469925 c.2720_2723dup p.(Phe909ThrfsTer34) frameshift_variant 

ARID1B chr6:157521945 c.4217A>G p.(Gln1406Arg) missense_variant 

ARID1B chr6:157528557 c.6284dup p.(Asn2095LysfsTer12) frameshift_variant 

ATM chr11:108115566 c.716del p.(Phe239SerfsTer16) frameshift_variant 

ATP6AP1 chrX:153657081 c.43C>T p.(Arg15Ter) stop_gained 

ATP6AP1 chrX:153657081 c.43C>T p.(Arg15Ter) stop_gained 

ATP6AP1 chrX:153657081 c.43C>T p.(Arg15Ter) stop_gained 

ATP6AP1 chrX:153657081 c.43C>T p.(Arg15Ter) stop_gained 

ATP6AP1 chrX:153661982 c.600T>A p.(Asp200Glu) missense_variant 

ATP6AP1 chrX:153661982 c.600T>A p.(Asp200Glu) missense_variant 

ATP6AP1 chrX:153662783 c.914C>T p.(Ser305Phe) missense_variant 

ATP6AP1 chrX:153663715 c.1067T>C p.(Phe356Ser) missense_variant 

ATP6AP1 chrX:153664076 c.1252T>G p.(Cys418Gly) missense_variant 

ATP6AP1 chrX:153664076 c.1252T>G p.(Cys418Gly) missense_variant 

ATP6AP1 chrX:153664076 c.1252T>G p.(Cys418Gly) missense_variant 

ATP6AP1 chrX:153664107 c.1283T>G p.(Met428Arg) missense_variant 

ATP6AP1 chrX:153664108 c.1284G>A p.(Met428Ile) missense_variant 

ATP6AP1 chrX:153664108 c.1284G>A p.(Met428Ile) missense_variant 



A N E X O S  | 121 

 

Gen Posición 
cromosómica 

Cambio 
nucleótido 

Cambio proteína Consecuencia 

ATP6AP1 chrX:153664108 c.1284G>A p.(Met428Ile) missense_variant 

ATP6AP2 chrX:40458890 c.635A>C p.(Tyr212Ser) missense_variant 

ATP6AP2 chrX:40464849 c.895T>G p.(Tyr299Asp) missense_variant 

ATP6AP2 chrX:40464941 c.987G>A p.(Trp329Ter) stop_gained 

ATP6V1B2 chr8:20068098 c.404C>T p.(Ser135Leu) missense_variant 

ATP6V1B2 chr8:20073957 c.1112A>G p.(Tyr371Cys) missense_variant 

ATP6V1B2 chr8:20073957 c.1112A>G p.(Tyr371Cys) missense_variant 

ATP6V1B2 chr8:20074768 c.1199G>A p.(Arg400Gln) missense_variant 

ATP6V1B2 chr8:20074768 c.1199G>A p.(Arg400Gln) missense_variant 

ATP6V1B2 chr8:20074768 c.1199G>A p.(Arg400Gln) missense_variant 

ATP6V1B2 chr8:20074768 c.1199G>A p.(Arg400Gln) missense_variant 

ATP6V1B2 chr8:20074768 c.1199G>A p.(Arg400Gln) missense_variant 

ATP6V1B2 chr8:20074768 c.1199G>C p.(Arg400Pro) missense_variant 

ATP6V1B2 chr8:20074768 c.1199G>A p.(Arg400Gln) missense_variant 

B2M chr15:45003764 c.20T>C p.(Leu7Ser) missense_variant 

B2M chr15:45003764 c.20T>G p.(Leu7Ter) stop_gained 

B2M chr15:45003779 c.35T>C p.(Leu12Pro) missense_variant 

B2M chr15:45003785 c.45_48del p.(Ser16AlafsTer27) frameshift_variant 

B2M chr15:45007672 c.119C>A p.(Ser40Ter) stop_gained 

BCL2 chr18:60985307 c.585+8C>T  splice_region_variant 

BCL2 chr18:60985307 c.585+8C>T  splice_region_variant 

BCL2 chr18:60985308 c.585+7G>A  splice_region_variant 

BCL2 chr18:60985308 c.585+7G>A  splice_region_variant 

BCL2 chr18:60985308 c.585+7G>A  splice_region_variant 

BCL2 chr18:60985308 c.585+7G>A  splice_region_variant 

BCL2 chr18:60985308 c.585+7G>A  splice_region_variant 

BCL2 chr18:60985308 c.585+7G>A  splice_region_variant 

BCL2 chr18:60985308 c.585+7G>A  splice_region_variant 

BCL2 chr18:60985308 c.585+7G>A  splice_region_variant 

BCL2 chr18:60985311 c.585+4G>A  splice_region_variant 

BCL2 chr18:60985311 c.585+4G>A  splice_region_variant 

BCL2 chr18:60985311 c.585+4G>A  splice_region_variant 

BCL2 chr18:60985361 c.539A>T p.(Tyr180Phe) missense_variant 

BCL2 chr18:60985361 c.539A>T p.(Tyr180Phe) missense_variant 

BCL2 chr18:60985361 c.539A>T p.(Tyr180Phe) missense_variant 

BCL2 chr18:60985406 c.494A>G p.(Glu165Gly) missense_variant 

BCL2 chr18:60985406 c.493_494delinsAG p.(Glu165Arg) missense_variant 

BCL2 chr18:60985407 c.493G>A p.(Glu165Lys) missense_variant 

BCL2 chr18:60985418 c.482G>A p.(Ser161Asn) missense_variant 

BCL2 chr18:60985436 c.464G>C p.(Gly155Ala) missense_variant 

BCL2 chr18:60985458 c.442G>C p.(Val148Leu) missense_variant 

BCL2 chr18:60985472 c.428A>G p.(Asn143Ser) missense_variant 

BCL2 chr18:60985472 c.428A>G p.(Asn143Ser) missense_variant 

BCL2 chr18:60985472 c.428A>G p.(Asn143Ser) missense_variant 

BCL2 chr18:60985508 c.392C>T p.(Ala131Val) missense_variant 

BCL2 chr18:60985508 c.392C>G p.(Ala131Gly) missense_variant 

BCL2 chr18:60985508 c.392C>T p.(Ala131Val) missense_variant 

BCL2 chr18:60985508 c.392C>T p.(Ala131Val) missense_variant 

BCL2 chr18:60985508 c.392C>T p.(Ala131Val) missense_variant 
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Gen Posición 
cromosómica 

Cambio 
nucleótido 

Cambio proteína Consecuencia 

BCL2 chr18:60985514 c.386G>A p.(Arg129His) missense_variant 

BCL2 chr18:60985514 c.386G>A p.(Arg129His) missense_variant 

BCL2 chr18:60985542 c.358C>G p.(His120Asp) missense_variant 

BCL2 chr18:60985549 c.351C>A p.(Ser117Arg) missense_variant 

BCL2 chr18:60985562 c.338C>G p.(Ala113Gly) missense_variant 

BCL2 chr18:60985563 c.337G>C p.(Ala113Pro) missense_variant 

BCL2 chr18:60985566 c.334T>C p.(Phe112Leu) missense_variant 

BCL2 chr18:60985578 c.322T>C p.(Tyr108His) missense_variant 

BCL2 chr18:60985632 c.268C>T p.(Pro90Ser) missense_variant 

BCL2 chr18:60985644 c.256C>T p.(Leu86Phe) missense_variant 

BCL2 chr18:60985644 c.256C>T p.(Leu86Phe) missense_variant 

BCL2 chr18:60985644 c.256C>T p.(Leu86Phe) missense_variant 

BCL2 chr18:60985644 c.256C>T p.(Leu86Phe) missense_variant 

BCL2 chr18:60985644 c.256C>T p.(Leu86Phe) missense_variant 

BCL2 chr18:60985719 c.181G>T p.(Ala61Ser) missense_variant 

BCL2 chr18:60985719 c.181G>A p.(Ala61Thr) missense_variant 

BCL2 chr18:60985719 c.181G>A p.(Ala61Thr) missense_variant 

BCL2 chr18:60985719 c.181G>A p.(Ala61Thr) missense_variant 

BCL2 chr18:60985721 c.179C>T p.(Ala60Val) missense_variant 

BCL2 chr18:60985721 c.179C>A p.(Ala60Asp) missense_variant 

BCL2 chr18:60985721 c.179C>T p.(Ala60Val) missense_variant 

BCL2 chr18:60985721 c.179C>T p.(Ala60Val) missense_variant 

BCL2 chr18:60985724 c.176C>T p.(Pro59Leu) missense_variant 

BCL2 chr18:60985724 c.176C>T p.(Pro59Leu) missense_variant 

BCL2 chr18:60985725 c.175C>G p.(Pro59Ala) missense_variant 

BCL2 chr18:60985743 c.157C>T p.(Pro53Ser) missense_variant 

BCL2 chr18:60985743 c.157C>T p.(Pro53Ser) missense_variant 

BCL2 chr18:60985743 c.157C>T p.(Pro53Ser) missense_variant 

BCL2 chr18:60985743 c.157C>T p.(Pro53Ser) missense_variant 

BCL2 chr18:60985743 c.157C>T p.(Pro53Ser) missense_variant 

BCL2 chr18:60985743 c.157C>T p.(Pro53Ser) missense_variant 

BCL2 chr18:60985753 c.147C>G p.(Phe49Leu) missense_variant 

BCL2 chr18:60985760 c.140G>A p.(Gly47Asp) missense_variant 

BCL2 chr18:60985760 c.140G>A p.(Gly47Asp) missense_variant 

BCL2 chr18:60985760 c.140G>A p.(Gly47Asp) missense_variant 

BCL2 chr18:60985760 c.140G>A p.(Gly47Asp) missense_variant 

BCL2 chr18:60985760 c.140G>A p.(Gly47Asp) missense_variant 

BCL2 chr18:60985761 c.139G>A p.(Gly47Ser) missense_variant 

BCL2 chr18:60985764 c.136C>G p.(Pro46Ala) missense_variant 

BCL2 chr18:60985803 c.97G>A p.(Gly33Arg) missense_variant 

BCL2 chr18:60985803 c.97G>A p.(Gly33Arg) missense_variant 

BCL2 chr18:60985809 c.91G>A p.(Asp31Asn) missense_variant 

BCL2 chr18:60985809 c.91G>A p.(Asp31Asn) missense_variant 

BCL2 chr18:60985813 c.87G>C p.(Glu29Asp) missense_variant 

BCL2 chr18:60985813 c.87G>C p.(Glu29Asp) missense_variant 

BCL2 chr18:60985813 c.87G>C p.(Glu29Asp) missense_variant 

BCL2 chr18:60985840 c.60T>A p.(His20Gln) missense_variant 

BCL2 chr18:60985861 c.39G>C p.(Glu13Asp) missense_variant 

BCL2 chr18:60985866 c.34C>T p.(Arg12Trp) missense_variant 
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Gen Posición 
cromosómica 

Cambio 
nucleótido 

Cambio proteína Consecuencia 

BCL2 chr18:60985876 c.23_24delinsTA p.(Gly8Val) missense_variant 

BCL2 chr18:60985877 c.23G>A p.(Gly8Glu) missense_variant 

BCL2 chr18:60985877 c.23G>C p.(Gly8Ala) missense_variant 

BCL2 chr18:60985880 c.20C>T p.(Thr7Ile) missense_variant 

BCL2 chr18:60985880 c.20C>T p.(Thr7Ile) missense_variant 

BCL2 chr18:60985880 c.20C>T p.(Thr7Ile) missense_variant 

BCL2 chr18:60985880 c.20C>T p.(Thr7Ile) missense_variant 

BCL2 chr18:60985880 c.20C>T p.(Thr7Ile) missense_variant 

BCL2 chr18:60985881 c.19A>G p.(Thr7Ala) missense_variant 

BCL2 chr18:60985883 c.17G>A p.(Arg6Lys) missense_variant 

BCL2 chr18:60985883 c.17G>C p.(Arg6Thr) missense_variant 

BCL2 chr18:60985887 c.13G>C p.(Gly5Arg) missense_variant 

BCL2 chr18:60985890 c.10G>A p.(Ala4Thr) missense_variant 

BCL2 chr18:60985890 c.10G>T p.(Ala4Ser) missense_variant 

BCL2 chr18:60985890 c.10G>A p.(Ala4Thr) missense_variant 

BCL2 chr18:60985893 c.7C>T p.(His3Tyr) missense_variant 

BCL2 chr18:60985896 c.4G>A p.(Ala2Thr) missense_variant 

BCL6 chr3:187442786 c.1914_1919del p.(Phe639_Arg640del) inframe_deletion 

BCL6 chr3:187443324 c.1800_1801dup p.(Pro601ArgfsTer46) frameshift_variant 

BCL7A chr12:122460007 c.10A>G p.(Arg4Gly) missense_variant 

BCL7A chr12:122460008 c.12_23del p.(Arg4_Ala8delinsSer) inframe_deletion 

BCL7A chr12:122460024 c.27G>C p.(Glu9Asp) missense_variant 

BCL7A chr12:122460029 c.32G>T p.(Arg11Met) missense_variant 

BCL7A chr12:122460029 c.32G>A p.(Arg11Lys) missense_variant 

BCL7A chr12:122460029 c.32G>A p.(Arg11Lys) missense_variant 

BCL7A chr12:122460029 c.32G>C p.(Arg11Thr) missense_variant 

BCL7A chr12:122460030 c.33G>C p.(Arg11Ser) missense_variant 

BCL7A chr12:122460030 c.33G>T p.(Arg11Ser) missense_variant 

BCL7A chr12:122460037 c.40G>C p.(Ala14Pro) missense_variant 

BCL7A chr12:122460040 c.43A>T p.(Lys15Ter) stop_gained 

BCL7A chr12:122460052 c.55A>T p.(Lys19Ter) stop_gained 

BCL7A chr12:122460078 c.83_86del p.(Val28AlafsTer8) frameshift_variant 

BCL7A chr12:122460085 c.88A>G p.(Lys30Glu) missense_variant 

BCL7A chr12:122460085 c.89_92+11del  splice_donor_variant 

BCL7A chr12:122460088 c.92+1dup  splice_region_variant 

BCL7A chr12:122460089 c.92_92+1delinsTA  splice_donor_variant 

BCL7A chr12:122460090 c.92+1G>T  splice_donor_variant 

BCL7A chr12:122460090 c.92+1G>A  splice_donor_variant 

BCL7A chr12:122460090 c.92+1G>A  splice_donor_variant 

BCL7A chr12:122460090 c.92+1G>A  splice_donor_variant 

BCL7A chr12:122460090 c.92+1G>A  splice_donor_variant 

BCL7A chr12:122460090 c.92+1G>T  splice_donor_variant 

BCL7A chr12:122460094 c.92+5G>A  splice_region_variant 

BTK chrX:100609668 c.1581T>G p.(Cys527Trp) missense_variant 

BTK chrX:100613340 c.1060A>C p.(Thr354Pro) missense_variant 

BTK chrX:100613340 c.1060A>C p.(Thr354Pro) missense_variant 

BTK chrX:100613408 c.987_991del p.(Val330ThrfsTer17) frameshift_variant 

BTK chrX:100613669 c.910T>C p.(Phe304Leu) missense_variant 

BTK chrX:100629548 c.215dup p.(Asn72LysfsTer13) frameshift_variant 
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BTK chrX:100630214 c.58del p.(Thr20HisfsTer4) frameshift_variant 

CARD11 chr7:2977614 c.1070A>T p.(Asp357Val) missense_variant 

CARD11 chr7:2977614 c.1070A>T p.(Asp357Val) missense_variant 

CARD11 chr7:2977614 c.1070A>T p.(Asp357Val) missense_variant 

CARD11 chr7:2977614 c.1070A>T p.(Asp357Val) missense_variant 

CARD11 chr7:2977614 c.1070A>T p.(Asp357Val) missense_variant 

CARD11 chr7:2977614 c.1070A>T p.(Asp357Val) missense_variant 

CARD11 chr7:2977614 c.1070A>T p.(Asp357Val) missense_variant 

CARD11 chr7:2977614 c.1070A>T p.(Asp357Val) missense_variant 

CARD11 chr7:2979495 c.752T>C p.(Leu251Pro) missense_variant 

CARD11 chr7:2979499 c.748T>C p.(Ser250Pro) missense_variant 

CARD11 chr7:2979499 c.748T>C p.(Ser250Pro) missense_variant 

CARD11 chr7:2979499 c.748T>C p.(Ser250Pro) missense_variant 

CARD11 chr7:2979499 c.748T>C p.(Ser250Pro) missense_variant 

CARD11 chr7:2979501 c.746A>C p.(Gln249Pro) missense_variant 

CARD11 chr7:2979513 c.734T>C p.(Leu245Pro) missense_variant 

CARD11 chr7:2984153 c.377G>A p.(Gly126Asp) missense_variant 

CARD11 chr7:2984162 c.368G>A p.(Gly123Asp) missense_variant 

CARD11 chr7:2984163 c.367G>A p.(Gly123Ser) missense_variant 

CARD11 chr7:2985462 c.349A>C p.(Thr117Pro) missense_variant 

CARD11 chr7:2985465 c.346T>C p.(Ser116Pro) missense_variant 

CARD11 chr7:2985465 c.346T>C p.(Ser116Pro) missense_variant 

CARD11 chr7:2985519 c.292T>G p.(Tyr98Asp) missense_variant 

CARD11 chr7:2985519 c.292T>G p.(Tyr98Asp) missense_variant 

CCND3 chr6:41903709 c.848C>T p.(Thr283Ile) missense_variant 

CCND3 chr6:41903844 c.713A>G p.(Asp238Gly) missense_variant 

CD79B chr17:62006836 c.553-1G>A  splice_acceptor_variant 

CD79B chr17:62007128 c.552+2T>A  splice_donor_variant 

CREBBP chr16:3777960 c.7088C>T p.(Pro2363Leu) missense_variant 

CREBBP chr16:3778567 c.6481A>G p.(Met2161Val) missense_variant 

CREBBP chr16:3778728 c.6307_6319del p.(Gln2103SerfsTer36) frameshift_variant 

CREBBP chr16:3781322 c.5040_5042del p.(Leu1681del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781323 c.5039_5041del p.(Ser1680del) inframe_deletion 

CREBBP chr16:3781329 c.5033_5035del p.(Phe1678del) inframe_deletion 

CREBBP chr16:3781805 c.4862T>G p.(Leu1621Arg) missense_variant 

CREBBP chr16:3786035 c.4728+2T>C  splice_donor_variant 

CREBBP chr16:3786035 c.4728+2T>C  splice_donor_variant 

CREBBP chr16:3786137 c.4628A>T p.(Asp1543Val) missense_variant 

CREBBP chr16:3786146 c.4619T>C p.(Phe1540Ser) missense_variant 

CREBBP chr16:3786205 c.4561-1G>A  splice_acceptor_variant 
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CREBBP chr16:3786703 c.4508A>T p.(Tyr1503Phe) missense_variant 

CREBBP chr16:3786703 c.4508A>T p.(Tyr1503Phe) missense_variant 

CREBBP chr16:3786703 c.4508A>G p.(Tyr1503Cys) missense_variant 

CREBBP chr16:3786703 c.4508A>T p.(Tyr1503Phe) missense_variant 

CREBBP chr16:3786704 c.4507T>A p.(Tyr1503Asn) missense_variant 

CREBBP chr16:3786704 c.4507T>A p.(Tyr1503Asn) missense_variant 

CREBBP chr16:3786704 c.4507T>A p.(Tyr1503Asn) missense_variant 

CREBBP chr16:3786704 c.4507T>A p.(Tyr1503Asn) missense_variant 

CREBBP chr16:3786704 c.4507T>G p.(Tyr1503Asp) missense_variant 

CREBBP chr16:3786704 c.4507T>C p.(Tyr1503His) missense_variant 

CREBBP chr16:3786704 c.4507T>C p.(Tyr1503His) missense_variant 

CREBBP chr16:3786704 c.4507T>A p.(Tyr1503Asn) missense_variant 

CREBBP chr16:3786704 c.4507T>C p.(Tyr1503His) missense_variant 

CREBBP chr16:3786704 c.4507T>A p.(Tyr1503Asn) missense_variant 

CREBBP chr16:3786704 c.4507T>C p.(Tyr1503His) missense_variant 

CREBBP chr16:3786704 c.4507T>C p.(Tyr1503His) missense_variant 

CREBBP chr16:3786704 c.4507T>C p.(Tyr1503His) missense_variant 

CREBBP chr16:3786704 c.4507T>C p.(Tyr1503His) missense_variant 

CREBBP chr16:3786706 c.4505G>T p.(Trp1502Leu) missense_variant 

CREBBP chr16:3786715 c.4496T>G p.(Leu1499Arg) missense_variant 

CREBBP chr16:3786740 c.4471C>A p.(Gln1491Lys) missense_variant 

CREBBP chr16:3786748 c.4463C>T p.(Pro1488Leu) missense_variant 

CREBBP chr16:3786748 c.4463C>T p.(Pro1488Leu) missense_variant 

CREBBP chr16:3786761 c.4450T>G p.(Phe1484Val) missense_variant 

CREBBP chr16:3786764 c.4447A>T p.(Ile1483Phe) missense_variant 

CREBBP chr16:3786767 c.4444T>A p.(Tyr1482Asn) missense_variant 

CREBBP chr16:3786767 c.4444T>A p.(Tyr1482Asn) missense_variant 

CREBBP chr16:3786767 c.4444T>A p.(Tyr1482Asn) missense_variant 

CREBBP chr16:3786787 c.4424C>T p.(Pro1475Leu) missense_variant 

CREBBP chr16:3786787 c.4424C>T p.(Pro1475Leu) missense_variant 

CREBBP chr16:3786797 c.4414T>A p.(Trp1472Arg) missense_variant 

CREBBP chr16:3786797 c.4414T>A p.(Trp1472Arg) missense_variant 

CREBBP chr16:3786797 c.4395-6_4413del  splice_acceptor_variant 

CREBBP chr16:3786810 c.4397_4400del p.(Tyr1466Ter) frameshift_variant 

CREBBP chr16:3788606 c.4348T>G p.(Tyr1450Asp) missense_variant 

CREBBP chr16:3788606 c.4348T>A p.(Tyr1450Asn) missense_variant 

CREBBP chr16:3788606 c.4348T>G p.(Tyr1450Asp) missense_variant 

CREBBP chr16:3788606 c.4348T>G p.(Tyr1450Asp) missense_variant 

CREBBP chr16:3788606 c.4348T>G p.(Tyr1450Asp) missense_variant 

CREBBP chr16:3788606 c.4348T>A p.(Tyr1450Asn) missense_variant 

CREBBP chr16:3788606 c.4348T>G p.(Tyr1450Asp) missense_variant 

CREBBP chr16:3788606 c.4348T>G p.(Tyr1450Asp) missense_variant 

CREBBP chr16:3788606 c.4348T>C p.(Tyr1450His) missense_variant 

CREBBP chr16:3788617 c.4337G>A p.(Arg1446His) missense_variant 

CREBBP chr16:3788617 c.4337G>A p.(Arg1446His) missense_variant 

CREBBP chr16:3788617 c.4337G>A p.(Arg1446His) missense_variant 

CREBBP chr16:3788617 c.4337G>T p.(Arg1446Leu) missense_variant 

CREBBP chr16:3788618 c.4336C>T p.(Arg1446Cys) missense_variant 

CREBBP chr16:3788618 c.4336C>T p.(Arg1446Cys) missense_variant 
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CREBBP chr16:3788618 c.4336C>T p.(Arg1446Cys) missense_variant 

CREBBP chr16:3788618 c.4336C>T p.(Arg1446Cys) missense_variant 

CREBBP chr16:3788618 c.4336C>T p.(Arg1446Cys) missense_variant 

CREBBP chr16:3788618 c.4336C>T p.(Arg1446Cys) missense_variant 

CREBBP chr16:3788618 c.4336C>T p.(Arg1446Cys) missense_variant 

CREBBP chr16:3788618 c.4336C>T p.(Arg1446Cys) missense_variant 

CREBBP chr16:3788618 c.4336C>T p.(Arg1446Cys) missense_variant 

CREBBP chr16:3788620 c.4334T>C p.(Leu1445Pro) missense_variant 

CREBBP chr16:3788639 c.4300_4314del p.(Leu1434_His1438del) inframe_deletion 

CREBBP chr16:3788645 c.4309A>T p.(Ile1437Phe) missense_variant 

CREBBP chr16:3788646 c.4308T>G p.(Ser1436Arg) missense_variant 

CREBBP chr16:3788646 c.4308T>A p.(Ser1436Arg) missense_variant 

CREBBP chr16:3788649 c.4305T>G p.(Asp1435Glu) missense_variant 

CREBBP chr16:3788649 c.4305T>A p.(Asp1435Glu) missense_variant 

CREBBP chr16:3788656 c.4298A>G p.(Tyr1433Cys) missense_variant 

CREBBP chr16:3788657 c.4297T>C p.(Tyr1433His) missense_variant 

CREBBP chr16:3789627 c.4232G>A p.(Gly1411Glu) missense_variant 

CREBBP chr16:3789627 c.4232G>A p.(Gly1411Glu) missense_variant 

CREBBP chr16:3789627 c.4232G>A p.(Gly1411Glu) missense_variant 

CREBBP chr16:3789627 c.4232G>A p.(Gly1411Glu) missense_variant 

CREBBP chr16:3789628 c.4231G>C p.(Gly1411Arg) missense_variant 

CREBBP chr16:3790457 c.4076T>A p.(Val1359Asp) missense_variant 

CREBBP chr16:3790512 c.4021C>T p.(Arg1341Ter) stop_gained 

CREBBP chr16:3799626 c.3836+2T>G  splice_donor_variant 

CREBBP chr16:3807305 c.3682T>G p.(Tyr1228Asp) missense_variant 

CREBBP chr16:3807894 c.3525T>A p.(Tyr1175Ter) stop_gained 

CREBBP chr16:3817814 c.3152_3156del p.(Lys1051ThrfsTer2) frameshift_variant 

CREBBP chr16:3819357 c.2881-3C>T  splice_region_variant 

CREBBP chr16:3820612 c.2839C>T p.(Gln947Ter) stop_gained 

CREBBP chr16:3823756 c.2457_2458dup p.(Ser820CysfsTer30) frameshift_variant 

CREBBP chr16:3831208 c.1673C>T p.(Thr558Ile) missense_variant 

CREBBP chr16:3831252 c.1628dup p.(Asn544LysfsTer27) frameshift_variant 

CREBBP chr16:3832851 c.1397_1406dup p.(Leu470CysfsTer6) frameshift_variant 

CREBBP chr16:3842020 c.1292T>C p.(Leu431Pro) missense_variant 

CREBBP chr16:3842042 c.1270C>T p.(Arg424Ter) stop_gained 

CREBBP chr16:3843433 c.1169dup p.(Asn390LysfsTer37) frameshift_variant 

CREBBP chr16:3900328 c.766_767dup p.(Asn257Ter) frameshift_variant 

CREBBP chr16:3900363 c.733C>T p.(Gln245Ter) stop_gained 

CREBBP chr16:3900363 c.733C>T p.(Gln245Ter) stop_gained 

CREBBP chr16:3900800 c.295delC p.(Leu99TrpfsTer25) frameshift_variant 

CREBBP chr16:3929837 c.77_80dup p.(Ser27ArgfsTer10) frameshift_variant 

CREBBP chr16:3929895 c.16_22del p.(Leu6AspfsTer37) frameshift_variant 

CTSS chr1:150727482 c.394T>G p.(Tyr132Asp) missense_variant 

CTSS chr1:150727482 c.394T>G p.(Tyr132Asp) missense_variant 

CTSS chr1:150727482 c.394T>G p.(Tyr132Asp) missense_variant 

CTSS chr1:150727482 c.394T>G p.(Tyr132Asp) missense_variant 

CTSS chr1:150727482 c.394T>G p.(Tyr132Asp) missense_variant 

CTSS chr1:150727482 c.394T>G p.(Tyr132Asp) missense_variant 

CTSS chr1:150727482 c.394T>G p.(Tyr132Asp) missense_variant 
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CXCR4 chr2:136872520 c.987_990del p.(Ser329ArgfsTer4) frameshift_variant 

CXCR4 chr2:136872528 c.959_981del p.(Ala320ValfsTer20) frameshift_variant 

CXCR4 chr2:136872537 c.971_972del p.(Val324GlufsTer23) frameshift_variant 

CXCR4 chr2:136872842 c.668A>T p.(Tyr223Phe) missense_variant 

DTX1 chr12:113496059 c.62A>C p.(Asn21Thr) missense_variant 

DTX1 chr12:113496146 c.149A>G p.(Asn50Ser) missense_variant 

DTX1 chr12:113496239 c.242A>T p.(Gln81Leu) missense_variant 

DTX1 chr12:113515336 c.367A>T p.(Met123Leu) missense_variant 

EBF1 chr5:158204483 c.974T>C p.(Val325Ala) missense_variant 

EBF1 chr5:158500444 c.514A>G p.(Asn172Asp) missense_variant 

EBF1 chr5:158500474 c.486-2A>T  splice_acceptor_variant 

EBF1 chr5:158511678 c.481T>C p.(Cys161Arg) missense_variant 

EBF1 chr5:158523374 c.332G>A p.(Arg111Gln) missense_variant 

EBF1 chr5:158523981 c.291+1G>C  splice_donor_variant 

EBF1 chr5:158523997 c.275del p.(Phe92SerfsTer29) frameshift_variant 

EBF1 chr5:158524071 c.202T>C p.(Phe68Leu) missense_variant 

EBF1 chr5:158524075 c.198C>G p.(Asn66Lys) missense_variant 

EBF1 chr5:158524082 c.191A>T p.(Lys64Ile) missense_variant 

EBF1 chr5:158526348 c.134+5G>A  splice_region_variant 

EBF1 chr5:158526348 c.134+5G>A  splice_region_variant 

EBF1 chr5:158526397 c.90G>A p.(Trp30Ter) stop_gained 

EEF1A1 chr6:74227563 c.1359G>C p.(Lys453Asn) missense_variant 

EEF1A1 chr6:74227625 c.1297G>A p.(Val433Ile) missense_variant 

EEF1A1 chr6:74228229 c.877G>A p.(Glu293Lys) missense_variant 

EEF1A1 chr6:74228503 c.660_689del p.(Asp220_Leu229del) inframe_deletion 

EEF1A1 chr6:74228688 c.588G>A p.(Trp196Ter) stop_gained 

EEF1A1 chr6:74229178 c.195_205del p.(Glu66TrpfsTer5) frameshift_variant 

EEF1A1 chr6:74229179 c.205C>T p.(Arg69Cys) missense_variant 

EEF1A1 chr6:74229602 c.144+4T>G  splice_region_variant 

EEF1A1 chr6:74229634 c.116T>C p.(Ile39Thr) missense_variant 

EP300 chr22:41523522 c.938C>T p.(Pro313Leu) missense_variant 

EP300 chr22:41545790 c.2405C>T p.(Pro802Leu) missense_variant 

EP300 chr22:41546158 c.2773C>A p.(Pro925Thr) missense_variant 

EP300 chr22:41546158 c.2773C>A p.(Pro925Thr) missense_variant 

EP300 chr22:41556727 c.3671+1G>A  splice_donor_variant 

EP300 chr22:41564866 c.4167C>A p.(Asn1389Lys) missense_variant 

EP300 chr22:41565529 c.4195G>A p.(Asp1399Asn) missense_variant 

EP300 chr22:41565529 c.4195G>A p.(Asp1399Asn) missense_variant 

EP300 chr22:41565570 c.4237_4242dup p.(Val1413_Tyr1414dup) inframe_insertion 

EP300 chr22:41565575 c.4241A>G p.(Tyr1414Cys) missense_variant 

EP300 chr22:41565575 c.4241A>G p.(Tyr1414Cys) missense_variant 

EP300 chr22:41566459 c.4336T>A p.(Tyr1446Asn) missense_variant 

EP300 chr22:41566459 c.4336T>A p.(Tyr1446Asn) missense_variant 

EP300 chr22:41566522 c.4399T>C p.(Tyr1467His) missense_variant 

EP300 chr22:41566522 c.4399T>C p.(Tyr1467His) missense_variant 

EP300 chr22:41566522 c.4399T>A p.(Tyr1467Asn) missense_variant 

EP300 chr22:41566522 c.4399T>C p.(Tyr1467His) missense_variant 

EP300 chr22:41566523 c.4400A>G p.(Tyr1467Cys) missense_variant 

EP300 chr22:41568577 c.4527G>A p.(Trp1509Ter) stop_gained 



128  

 

Gen Posición 
cromosómica 

Cambio 
nucleótido 

Cambio proteína Consecuencia 

EP300 chr22:41568591 c.4541A>G p.(Glu1514Gly) missense_variant 

EP300 chr22:41574340 c.6627_6638del p.(Asn2209_Gln2213delinsLys) inframe_deletion 

EP300 chr22:41574340 c.6627_6638del p.(Asn2209_Gln2213delinsLys) inframe_deletion 

EP300 chr22:41574510 c.6798_6800del p.(Gln2268del) inframe_deletion 

EP300 chr22:41574510 c.6798_6800del p.(Gln2268del) inframe_deletion 

EZH2 chr7:148504773 c.2221T>A p.(Tyr741Asn) missense_variant 

EZH2 chr7:148506437 c.2075C>T p.(Ala692Val) missense_variant 

EZH2 chr7:148506467 c.2045C>G p.(Ala682Gly) missense_variant 

EZH2 chr7:148508714 c.1947+3A>G  splice_region_variant 

EZH2 chr7:148508714 c.1947+3A>G  splice_region_variant 

EZH2 chr7:148508714 c.1947+3A>G  splice_region_variant 

EZH2 chr7:148508727 c.1937A>T p.(Tyr646Phe) missense_variant 

EZH2 chr7:148508727 c.1937A>T p.(Tyr646Phe) missense_variant 

EZH2 chr7:148508727 c.1937A>C p.(Tyr646Ser) missense_variant 

EZH2 chr7:148508727 c.1937A>G p.(Tyr646Cys) missense_variant 

EZH2 chr7:148508727 c.1937A>C p.(Tyr646Ser) missense_variant 

EZH2 chr7:148508727 c.1937A>G p.(Tyr646Cys) missense_variant 

EZH2 chr7:148508727 c.1937A>T p.(Tyr646Phe) missense_variant 

EZH2 chr7:148508727 c.1937A>C p.(Tyr646Ser) missense_variant 

EZH2 chr7:148508727 c.1937A>C p.(Tyr646Ser) missense_variant 

EZH2 chr7:148508727 c.1937A>C p.(Tyr646Ser) missense_variant 

EZH2 chr7:148508728 c.1936T>A p.(Tyr646Asn) missense_variant 

EZH2 chr7:148508728 c.1936T>C p.(Tyr646His) missense_variant 

EZH2 chr7:148508728 c.1936T>A p.(Tyr646Asn) missense_variant 

EZH2 chr7:148508728 c.1936T>A p.(Tyr646Asn) missense_variant 

EZH2 chr7:148508728 c.1936T>C p.(Tyr646His) missense_variant 

EZH2 chr7:148508728 c.1936T>C p.(Tyr646His) missense_variant 

EZH2 chr7:148508728 c.1936T>C p.(Tyr646His) missense_variant 

EZH2 chr7:148508728 c.1936T>A p.(Tyr646Asn) missense_variant 

EZH2 chr7:148508728 c.1936T>A p.(Tyr646Asn) missense_variant 

EZH2 chr7:148508728 c.1936T>A p.(Tyr646Asn) missense_variant 

EZH2 chr7:148508728 c.1936T>A p.(Tyr646Asn) missense_variant 

EZH2 chr7:148508728 c.1936T>C p.(Tyr646His) missense_variant 

FAS chr10:90768666 c.355_357delinsCTA p.(Cys119Leu) missense_variant 

FAS chr10:90771810 c.625del p.(Ser209LeufsTer7) frameshift_variant 

FAS chr10:90773947 c.748C>T p.(Arg250Ter) stop_gained 

FAS chr10:90773948 c.749G>A p.(Arg250Gln) missense_variant 

FAS chr10:90774001 c.802C>T p.(Gln268Ter) stop_gained 

FOXO1 chr13:41239733 c.617C>T p.(Ser206Leu) missense_variant 

FOXO1 chr13:41240265 c.76_84del p.(Pro26_Pro28del) inframe_deletion 

FOXO1 chr13:41240279 c.71C>T p.(Thr24Ile) missense_variant 

FOXO1 chr13:41240279 c.71C>T p.(Thr24Ile) missense_variant 

FOXO1 chr13:41240279 c.71C>T p.(Thr24Ile) missense_variant 

FOXO1 chr13:41240285 c.65C>G p.(Ser22Trp) missense_variant 

FOXO1 chr13:41240288 c.62G>A p.(Arg21His) missense_variant 

FOXO1 chr13:41240288 c.62G>A p.(Arg21His) missense_variant 

FOXO1 chr13:41240288 c.62G>A p.(Arg21His) missense_variant 

FOXO1 chr13:41240288 c.62G>C p.(Arg21Pro) missense_variant 
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FOXO1 chr13:41240289 c.61C>T p.(Arg21Cys) missense_variant 

FOXO1 chr13:41240289 c.61C>T p.(Arg21Cys) missense_variant 

GNA13 chr17:63010633 c.876G>C p.(Lys292Asn) missense_variant 

GNA13 chr17:63010737 c.772G>A p.(Glu258Lys) missense_variant 

GNA13 chr17:63010781 c.728T>C p.(Ile243Thr) missense_variant 

GNA13 chr17:63010844 c.665A>T p.(Asp222Val) missense_variant 

GNA13 chr17:63010845 c.664G>A p.(Asp222Asn) missense_variant 

GNA13 chr17:63010948 c.562-1G>T  splice_acceptor_variant 

GNA13 chr17:63014381 c.551T>C p.(Leu184Pro) missense_variant 

GNA13 chr17:63049837 c.293T>A p.(Val98Glu) missense_variant 

GNA13 chr17:63049838 c.292G>A p.(Val98Met) missense_variant 

GNA13 chr17:63052431 c.281A>C p.(Lys94Thr) missense_variant 

GNA13 chr17:63052432 c.280A>G p.(Lys94Glu) missense_variant 

GNA13 chr17:63052525 c.187A>T p.(Thr63Ser) missense_variant 

GNA13 chr17:63052528 c.184T>C p.(Ser62Pro) missense_variant 

GNA13 chr17:63052633 c.79C>T p.(Gln27Ter) stop_gained 

GNAI2 chr3:50293695 c.536G>A p.(Arg179His) missense_variant 

GNAI2 chr3:50293703 c.544A>G p.(Thr182Ala) missense_variant 

GNAI2 chr3:50294169 c.608G>A p.(Gly203Asp) missense_variant 

GNAI2 chr3:50294199 c.638T>A p.(Ile213Asn) missense_variant 

GNAI2 chr3:50294396 c.751T>A p.(Phe251Ile) missense_variant 

GNAI2 chr3:50294432 c.788del p.(Thr263SerfsTer22) frameshift_variant 

GNAI2 chr3:50294455 c.814_816del p.(Lys272del) inframe_deletion 

GNAI2 chr3:50295080 c.1027_1029del p.(Val343del) inframe_deletion 

HIST1H1B chr6:27834997 c.311C>G p.(Ala104Gly) missense_variant 

HIST1H1B chr6:27835000 c.308G>A p.(Gly103Asp) missense_variant 

HIST1H1B chr6:27835006 c.302G>A p.(Gly101Asp) missense_variant 

HIST1H1B chr6:27835074 c.234G>C p.(Lys78Asn) missense_variant 

HIST1H1B chr6:27835074 c.234G>C p.(Lys78Asn) missense_variant 

HIST1H1B chr6:27835074 c.234G>C p.(Lys78Asn) missense_variant 

HIST1H1B chr6:27835074 c.234G>C p.(Lys78Asn) missense_variant 

HIST1H1C chr6:26056356 c.301G>A p.(Ala101Thr) missense_variant 

HIST1H1D chr6:26234629 c.533T>A p.(Val178Glu) missense_variant 

HIST1H1D chr6:26234759 c.403G>C p.(Ala135Pro) missense_variant 

HIST1H1D chr6:26234857 c.305C>T p.(Ala102Val) missense_variant 

HIST1H1D chr6:26234876 c.286C>T p.(Gln96Ter) stop_gained 

HIST1H1D chr6:26234928 c.234C>G p.(Asn78Lys) missense_variant 

HIST1H1D chr6:26234938 c.224A>C p.(Glu75Ala) missense_variant 

HIST1H1E chr6:26156744 c.126G>C p.(Glu42Asp) missense_variant 

HIST1H1E chr6:26156744 c.126G>C p.(Glu42Asp) missense_variant 

HIST1H1E chr6:26156744 c.126G>C p.(Glu42Asp) missense_variant 

HIST1H1E chr6:26156866 c.248G>A p.(Gly83Asp) missense_variant 

HIST1H1E chr6:26156872 c.254A>C p.(Lys85Thr) missense_variant 

HIST1H1E chr6:26156926 c.308G>C p.(Gly103Ala) missense_variant 

HIST1H1E chr6:26156929 c.311C>T p.(Ser104Phe) missense_variant 

HIST1H1E chr6:26156929 c.311C>T p.(Ser104Phe) missense_variant 

HIST1H1E chr6:26156929 c.311C>T p.(Ser104Phe) missense_variant 

HIST1H1E chr6:26156929 c.311C>T p.(Ser104Phe) missense_variant 

HIST1H1E chr6:26156937 c.319C>G p.(Leu107Val) missense_variant 
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HIST1H1E chr6:26156976 c.358G>A p.(Ala120Thr) missense_variant 

HIST1H1E chr6:26156985 c.367G>A p.(Ala123Thr) missense_variant 

HIST1H1E chr6:26157031 c.413C>G p.(Pro138Arg) missense_variant 

HIST1H1E chr6:26157057 c.439C>T p.(Pro147Ser) missense_variant 

HIST1H1E chr6:26157109 c.491C>T p.(Ala164Val) missense_variant 

HIST1H1E chr6:26157159 c.541C>T p.(Pro181Ser) missense_variant 

HIST1H1E chr6:26157198 c.580G>A p.(Val194Ile) missense_variant 

HIST1H1E chr6:26157204 c.586C>T p.(Pro196Ser) missense_variant 

IGLL5 chr22:23230253 c.20_21delinsCG p.(Gln7Pro) missense_variant 

IGLL5 chr22:23230254 c.21A>T p.(Gln7His) missense_variant 

IGLL5 chr22:23230254 c.21A>T p.(Gln7His) missense_variant 

IGLL5 chr22:23230254 c.21A>T p.(Gln7His) missense_variant 

IGLL5 chr22:23230254 c.21A>T p.(Gln7His) missense_variant 

IGLL5 chr22:23230258 c.25G>C p.(Gly9Arg) missense_variant 

IGLL5 chr22:23230267 c.34A>C p.(Thr12Pro) missense_variant 

IGLL5 chr22:23230267 c.34A>C p.(Thr12Pro) missense_variant 

IGLL5 chr22:23230267 c.34A>C p.(Thr12Pro) missense_variant 

IGLL5 chr22:23230267 c.34A>C p.(Thr12Pro) missense_variant 

IGLL5 chr22:23230278 c.45G>C p.(Glu15Asp) missense_variant 

IGLL5 chr22:23230315 c.82C>A p.(Leu28Met) missense_variant 

IGLL5 chr22:23230315 c.82C>A p.(Leu28Met) missense_variant 

IGLL5 chr22:23230319 c.86T>G p.(Leu29Arg) missense_variant 

IGLL5 chr22:23230327 c.94G>T p.(Ala32Ser) missense_variant 

IGLL5 chr22:23230347 c.116_117insACT p.(Leu39dup) inframe_insertion 

IGLL5 chr22:23230347 c.116_117insACT p.(Leu39dup) inframe_insertion 

IGLL5 chr22:23230373 c.142_149del p.(Gly48ArgfsTer41) frameshift_variant 

IGLL5 chr22:23230388 c.155C>G p.(Pro52Arg) missense_variant 

IGLL5 chr22:23230394 c.161C>T p.(Ala54Val) missense_variant 

IGLL5 chr22:23230394 c.161C>T p.(Ala54Val) missense_variant 

IGLL5 chr22:23230394 c.161C>T p.(Ala54Val) missense_variant 

IGLL5 chr22:23230397 c.164C>G p.(Ser55Ter) stop_gained 

IGLL5 chr22:23230415 c.182C>G p.(Ser61Cys) missense_variant 

IGLL5 chr22:23230415 c.182C>G p.(Ser61Cys) missense_variant 

IGLL5 chr22:23230432 c.202_203dup p.(Arg69AlafsTer41) frameshift_variant 

IGLL5 chr22:23230434 c.201G>A p.(Trp67Ter) stop_gained 

IGLL5 chr22:23230439 c.206G>A p.(Arg69Lys) missense_variant 

IGLL5 chr22:23230440 c.206+1G>A  splice_donor_variant 

IGLL5 chr22:23230440 c.206+1G>C  splice_donor_variant 

IRF4 chr6:393206 c.49_54delinsATGAGA p.(Val17_Ser18delinsMetArg) missense_variant 

IRF4 chr6:393324 c.172_173delinsAA p.(Gly58Asn) missense_variant 

IRF4 chr6:393341 c.189C>A p.(Asn63Lys) missense_variant 

IRF4 chr6:394899 c.295T>C p.(Cys99Arg) missense_variant 

IRF8 chr16:85942671 c.250T>C p.(Cys84Arg) missense_variant 

IRF8 chr16:85942674 c.253G>A p.(Ala85Thr) missense_variant 

IRF8 chr16:85954865 c.1262del p.(Asn421ThrfsTer32) frameshift_variant 

IRF8 chr16:85954882 c.1275_1276insTG p.(Val426TrpfsTer28) frameshift_variant 

IRF8 chr16:85954883 c.1276G>A p.(Val426Ile) missense_variant 

IRF8 chr16:85954887 c.1280A>C p.(Ter427SerextTer24) stop_lost 

KLHL6 chr3:183210327 c.1519A>G p.(Lys507Glu) missense_variant 



A N E X O S  | 131 

 

Gen Posición 
cromosómica 

Cambio 
nucleótido 

Cambio proteína Consecuencia 

KLHL6 chr3:183210419 c.1427G>A p.(Gly476Glu) missense_variant 

KLHL6 chr3:183211915 c.1302A>T p.(Arg434Ser) missense_variant 

KLHL6 chr3:183273161 c.280_281delinsTA p.(Ser94Tyr) missense_variant 

KLHL6 chr3:183273174 c.268C>G p.(Leu90Val) missense_variant 

KLHL6 chr3:183273228 c.210_213dup p.(Thr72SerfsTer40) frameshift_variant 

KLHL6 chr3:183273248 c.194T>C p.(Leu65Pro) missense_variant 

KLHL6 chr3:183273257 c.185T>C p.(Leu62Pro) missense_variant 

KMT2C chr7:151879276 c.5669G>A p.(Arg1890Gln) missense_variant 

KMT2C chr7:151879448 c.5497C>T p.(Gln1833Ter) stop_gained 

KMT2C chr7:151882659 c.5065del p.(Glu1689LysfsTer28) frameshift_variant 

KMT2C chr7:151882659 c.5065del p.(Glu1689LysfsTer28) frameshift_variant 

KMT2C chr7:151970884 c.918T>G p.(Tyr306Ter) stop_gained 

KMT2C chr7:151970884 c.918T>G p.(Tyr306Ter) stop_gained 

KMT2C chr7:152027693 c.382A>T p.(Lys128Ter) stop_gained 

KMT2D chr12:49415846 c.16501C>T p.(Arg5501Ter) stop_gained 

KMT2D chr12:49416088 c.16383_16386del p.(Ile5461MetfsTer4) frameshift_variant 

KMT2D chr12:49416111 c.16363del p.(Ile5455Ter) frameshift_variant 

KMT2D chr12:49416416 c.16295G>A p.(Arg5432Gln) missense_variant 

KMT2D chr12:49416443 c.16268T>G p.(Val5423Gly) missense_variant 

KMT2D chr12:49416500 c.16211C>T p.(Ser5404Phe) missense_variant 

KMT2D chr12:49418394 c.16019G>C p.(Arg5340Pro) missense_variant 

KMT2D chr12:49418394 c.16019G>C p.(Arg5340Pro) missense_variant 

KMT2D chr12:49419963 c.15784+2T>G  splice_donor_variant 

KMT2D chr12:49420073 c.15671_15675dup p.(Cys5226ValfsTer19) frameshift_variant 

KMT2D chr12:49420098 c.15651G>A p.(Trp5217Ter) stop_gained 

KMT2D chr12:49420622 c.15127A>T p.(Thr5043Ser) missense_variant 

KMT2D chr12:49420670 c.15079C>T p.(Arg5027Ter) stop_gained 

KMT2D chr12:49421628 c.14601T>A p.(Tyr4867Ter) stop_gained 

KMT2D chr12:49421822 c.14485G>T p.(Glu4829Ter) stop_gained 

KMT2D chr12:49422612 c.14381A>G p.(Lys4794Arg) missense_variant 

KMT2D chr12:49422842 c.14251+2T>A  splice_donor_variant 

KMT2D chr12:49422877 c.14217del p.(Val4740SerfsTer57) frameshift_variant 

KMT2D chr12:49423253 c.14006C>G p.(Ser4669Ter) stop_gained 

KMT2D chr12:49424062 c.13999+1G>A  splice_donor_variant 

KMT2D chr12:49424172 c.13889del p.(Pro4630HisfsTer10) frameshift_variant 

KMT2D chr12:49424442 c.13780dup p.(Ala4594GlyfsTer12) frameshift_variant 

KMT2D chr12:49424494 c.13727_13728del p.(Phe4576CysfsTer29) frameshift_variant 

KMT2D chr12:49424494 c.13727_13728del p.(Phe4576CysfsTer29) frameshift_variant 

KMT2D chr12:49424494 c.13727_13728del p.(Phe4576CysfsTer29) frameshift_variant 

KMT2D chr12:49424681 c.13666A>T p.(Lys4556Ter) stop_gained 

KMT2D chr12:49424709 c.13636_13637del p.(Arg4546GlyfsTer28) frameshift_variant 

KMT2D chr12:49424990 c.13498C>T p.(Gln4500Ter) stop_gained 

KMT2D chr12:49425239 c.13249C>T p.(Gln4417Ter) stop_gained 

KMT2D chr12:49425446 c.13040_13041del p.(Gln4347ArgfsTer24) frameshift_variant 

KMT2D chr12:49425473 c.13011_13014del p.(Thr4339IlefsTer44) frameshift_variant 

KMT2D chr12:49425473 c.13011_13014del p.(Thr4339IlefsTer44) frameshift_variant 

KMT2D chr12:49425498 c.12983_12989del p.(Ser4328PhefsTer54) frameshift_variant 

KMT2D chr12:49425509 c.12978dup p.(Ser4327GlnfsTer7) frameshift_variant 

KMT2D chr12:49425787 c.12701G>C p.(Ser4234Thr) missense_variant 
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KMT2D chr12:49426832 c.11656C>T p.(Gln3886Ter) stop_gained 

KMT2D chr12:49426955 c.11533C>T p.(Gln3845Ter) stop_gained 

KMT2D chr12:49427243 c.11245G>T p.(Gly3749Ter) stop_gained 

KMT2D chr12:49427243 c.11245G>T p.(Gly3749Ter) stop_gained 

KMT2D chr12:49427453 c.11035C>T p.(Gln3679Ter) stop_gained 

KMT2D chr12:49427564 c.10924C>T p.(Gln3642Ter) stop_gained 

KMT2D chr12:49427654 c.10834C>T p.(Gln3612Ter) stop_gained 

KMT2D chr12:49427919 c.10670del p.(Pro3557GlnfsTer101) frameshift_variant 

KMT2D chr12:49428364 c.10440+1G>A  splice_donor_variant 

KMT2D chr12:49428364 c.10440+1G>A  splice_donor_variant 

KMT2D chr12:49428445 c.10360C>T p.(Gln3454Ter) stop_gained 

KMT2D chr12:49428450 c.10356-1G>A  splice_acceptor_variant 

KMT2D chr12:49431178 c.9961C>T p.(Arg3321Ter) stop_gained 

KMT2D chr12:49431178 c.9961C>T p.(Arg3321Ter) stop_gained 

KMT2D chr12:49431178 c.9961C>T p.(Arg3321Ter) stop_gained 

KMT2D chr12:49431401 c.9733_9737del p.(Leu3245ProfsTer4) frameshift_variant 

KMT2D chr12:49431628 c.9510del p.(Pro3172HisfsTer25) frameshift_variant 

KMT2D chr12:49431763 c.9376G>T p.(Gly3126Ter) stop_gained 

KMT2D chr12:49431885 c.9253del p.(Leu3085CysfsTer34) frameshift_variant 

KMT2D chr12:49432000 c.9139T>A p.(Phe3047Ile) missense_variant 

KMT2D chr12:49432281 c.8853_8857del p.(His2951GlnfsTer20) frameshift_variant 

KMT2D chr12:49432281 c.8853_8857del p.(His2951GlnfsTer20) frameshift_variant 

KMT2D chr12:49432341 c.8796_8797del p.(Lys2933ThrfsTer8) frameshift_variant 

KMT2D chr12:49432341 c.8796_8797del p.(Lys2933ThrfsTer8) frameshift_variant 

KMT2D chr12:49432341 c.8796_8797del p.(Lys2933ThrfsTer8) frameshift_variant 

KMT2D chr12:49432341 c.8796_8797del p.(Lys2933ThrfsTer8) frameshift_variant 

KMT2D chr12:49432358 c.8776_8780del p.(Val2926ArgfsTer14) frameshift_variant 

KMT2D chr12:49432396 c.8743C>T p.(Arg2915Ter) stop_gained 

KMT2D chr12:49432408 c.8727_8730del p.(Ser2910ArgfsTer32) frameshift_variant 

KMT2D chr12:49432742 c.8397T>A p.(Tyr2799Ter) stop_gained 

KMT2D chr12:49432774 c.8367-2A>C  splice_acceptor_variant 

KMT2D chr12:49433311 c.8132_8135del p.(Ala2711GlufsTer21) frameshift_variant 

KMT2D chr12:49433343 c.8104C>T p.(Gln2702Ter) stop_gained 

KMT2D chr12:49433370 c.8076del p.(Gln2693SerfsTer40) frameshift_variant 

KMT2D chr12:49433524 c.8027_8028del p.(Glu2676AlafsTer47) frameshift_variant 

KMT2D chr12:49433524 c.8027_8028del p.(Glu2676AlafsTer47) frameshift_variant 

KMT2D chr12:49433650 c.7903C>T p.(Arg2635Ter) stop_gained 

KMT2D chr12:49433745 c.7807dup p.(Glu2603GlyfsTer52) frameshift_variant 

KMT2D chr12:49433782 c.7769_7770dup p.(Gly2591ArgfsTer101) frameshift_variant 

KMT2D chr12:49433786 c.7766del p.(Pro2589HisfsTer102) frameshift_variant 

KMT2D chr12:49433786 c.7766del p.(Pro2589HisfsTer102) frameshift_variant 

KMT2D chr12:49434075 c.7478G>A p.(Gly2493Glu) missense_variant 

KMT2D chr12:49434136 c.7417C>T p.(Gln2473Ter) stop_gained 

KMT2D chr12:49434307 c.7246C>T p.(Gln2416Ter) stop_gained 

KMT2D chr12:49434353 c.7199dup p.(Arg2401SerfsTer33) frameshift_variant 

KMT2D chr12:49434567 c.6985_6986insA p.(Ala2329AspfsTer48) frameshift_variant 

KMT2D chr12:49434818 c.6734del p.(Leu2245ProfsTer19) frameshift_variant 

KMT2D chr12:49434957 c.6595del p.(Tyr2199IlefsTer65) frameshift_variant 

KMT2D chr12:49434957 c.6595del p.(Tyr2199IlefsTer65) frameshift_variant 



A N E X O S  | 133 

 

Gen Posición 
cromosómica 

Cambio 
nucleótido 

Cambio proteína Consecuencia 

KMT2D chr12:49435056 c.6496del p.(Gln2166ArgfsTer98) frameshift_variant 

KMT2D chr12:49436593 c.5713C>T p.(Gln1905Ter) stop_gained 

KMT2D chr12:49436662 c.5645-1G>T  splice_acceptor_variant 

KMT2D chr12:49436872 c.5627_5630del p.(Asp1876GlyfsTer38) frameshift_variant 

KMT2D chr12:49437701 c.5269C>T p.(Arg1757Ter) stop_gained 

KMT2D chr12:49438018 c.5153C>T p.(Ala1718Val) missense_variant 

KMT2D chr12:49438072 c.5098del p.(Met1700TrpfsTer22) frameshift_variant 

KMT2D chr12:49438273 c.4995del p.(Lys1665AsnfsTer57) frameshift_variant 

KMT2D chr12:49438708 c.4780_4781del p.(Glu1594AsnfsTer8) frameshift_variant 

KMT2D chr12:49440076 c.4549del p.(Glu1517ArgfsTer4) frameshift_variant 

KMT2D chr12:49441815 c.4168dup p.(Ala1390GlyfsTer42) frameshift_variant 

KMT2D chr12:49441847 c.4135_4136del p.(Met1379ValfsTer52) frameshift_variant 

KMT2D chr12:49441847 c.4135_4136del p.(Met1379ValfsTer52) frameshift_variant 

KMT2D chr12:49442553 c.4021-1G>A  splice_acceptor_variant 

KMT2D chr12:49443490 c.3880delT p.(Ser1294ProfsTer36) frameshift_variant 

KMT2D chr12:49443561 c.3808_3809del p.(Ser1270ThrfsTer15) frameshift_variant 

KMT2D chr12:49443762 c.3608del p.(Asp1203AlafsTer9) frameshift_variant 

KMT2D chr12:49443896 c.3475G>T p.(Glu1159Ter) stop_gained 

KMT2D chr12:49444022 c.3344_3348del p.(Phe1115TrpfsTer13) frameshift_variant 

KMT2D chr12:49444041 c.3325_3329dup p.(Ala1111ProfsTer10) frameshift_variant 

KMT2D chr12:49444193 c.3168_3177del p.(Ser1056ArgfsTer3) frameshift_variant 

KMT2D chr12:49444552 c.2819C>A p.(Ser940Ter) stop_gained 

KMT2D chr12:49444701 c.2764del p.(Glu922SerfsTer8) frameshift_variant 

KMT2D chr12:49446466 
c.1137_1139delinsCG
GG 

p.(Thr380GlyfsTer4) frameshift_variant 

KMT2D chr12:49446697 c.1112+1G>A  splice_donor_variant 

KMT2D chr12:49446697 c.1112+1G>A  splice_donor_variant 

KMT2D chr12:49446816 c.993del p.(Glu332AsnfsTer2) frameshift_variant 

KMT2D chr12:49447077 c.866del p.(Leu289TrpfsTer15) frameshift_variant 

KMT2D chr12:49447106 c.840-2A>G  splice_acceptor_variant 

KMT2D chr12:49447308 c.785_789del p.(Ala262GlufsTer9) frameshift_variant 

KMT2D chr12:49447361 c.736dup p.(Ser246LysfsTer27) frameshift_variant 

KMT2D chr12:49447381 c.717T>A p.(Cys239Ter) stop_gained 

KMT2D chr12:49447381 c.717T>A p.(Cys239Ter) stop_gained 

KMT2D chr12:49447385 c.713T>A p.(Leu238Ter) stop_gained 

KMT2D chr12:49447875 c.558dup p.(Pro187ThrfsTer33) frameshift_variant 

KMT2D chr12:49447875 c.558dup p.(Pro187ThrfsTer33) frameshift_variant 

KMT2D chr12:49447875 c.558dup p.(Pro187ThrfsTer33) frameshift_variant 

KMT2D chr12:49447875 c.558dup p.(Pro187ThrfsTer33) frameshift_variant 

KMT2D chr12:49448103 c.497C>A p.(Ser166Ter) stop_gained 

KMT2D chr12:49448103 c.497C>A p.(Ser166Ter) stop_gained 

KMT2D chr12:49448362 c.349C>T p.(Gln117Ter) stop_gained 

KMT2D chr12:49448364 c.346del p.(Ser116HisfsTer14) frameshift_variant 

KMT2D chr12:49448447 c.263del p.(Pro88HisfsTer42) frameshift_variant 

KMT2D chr12:49448535 c.177-1G>A  splice_acceptor_variant 

KMT2D chr12:49448750 c.108del p.(His37MetfsTer93) frameshift_variant 

MEF2B chr19:19256608 c.1105T>C p.(Ter369GlnextTer68) stop_lost 

MEF2B chr19:19258565 c.335A>G p.(Lys112Arg) missense_variant 

MEF2B chr19:19258629 c.271A>G p.(Arg91Gly) missense_variant 

MEF2B chr19:19258629 c.271A>G p.(Arg91Gly) missense_variant 
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MEF2B chr19:19260045 c.248A>T p.(Asp83Val) missense_variant 

MEF2B chr19:19260045 c.248A>G p.(Asp83Gly) missense_variant 

MEF2B chr19:19260045 c.248A>T p.(Asp83Val) missense_variant 

MEF2B chr19:19260045 c.248A>T p.(Asp83Val) missense_variant 

MEF2B chr19:19260045 c.248A>C p.(Asp83Ala) missense_variant 

MEF2B chr19:19260045 c.248A>C p.(Asp83Ala) missense_variant 

MEF2B chr19:19260084 c.209C>G p.(Thr70Arg) missense_variant 

MEF2B chr19:19260084 c.209C>G p.(Thr70Arg) missense_variant 

MEF2B chr19:19260088 c.205T>C p.(Tyr69His) missense_variant 

MEF2B chr19:19260088 c.205T>C p.(Tyr69His) missense_variant 

MEF2B chr19:19260124 c.169T>G p.(Tyr57Asp) missense_variant 

MEF2B chr19:19260193 c.98_99del p.(Tyr33Ter) frameshift_variant 

MEF2B chr19:19260214 c.79G>A p.(Gly27Arg) missense_variant 

MEF2B chr19:19260214 c.79G>A p.(Gly27Arg) missense_variant 

MEF2B chr19:19260224 c.69G>T p.(Lys23Asn) missense_variant 

MEF2B chr19:19261528 c.17T>A p.(Ile6Asn) missense_variant 

MEF2B chr19:19261535 c.10A>G p.(Lys4Glu) missense_variant 

MEF2B chr19:19261535 c.10A>G p.(Lys4Glu) missense_variant 

MEF2B chr19:19261538 c.7A>G p.(Arg3Gly) missense_variant 

MYC chr8:128750692 c.229T>G p.(Ser77Ala) missense_variant 

NOTCH1 chr9:139390767 c.7424C>T p.(Pro2475Leu) missense_variant 

NOTCH1 chr9:139399434 c.4709C>T p.(Ala1570Val) missense_variant 

NOTCH1 chr9:139413934 c.826G>A p.(Val276Met) missense_variant 

NOTCH2 chr1:120496288 c.2243G>A p.(Gly748Asp) missense_variant 

PAX5 chr9:36966544 c.780+2T>A  splice_donor_variant 

PAX5 chr9:37002663 c.586A>T p.(Lys196Ter) stop_gained 

PAX5 chr9:37002702 c.547G>C p.(Gly183Arg) missense_variant 

PAX5 chr9:37002713 c.536A>T p.(Tyr179Phe) missense_variant 

PIK3CA chr3:178916726 c.113G>A p.(Arg38His) missense_variant 

PIM1 chr6:37138308 c.230G>C p.(Ser77Thr) missense_variant 

PIM1 chr6:37138412 c.334C>G p.(His112Asp) missense_variant 

PIM1 chr6:37138414 c.336C>A p.(His112Gln) missense_variant 

PIM1 chr6:37138424 c.346C>G p.(Leu116Val) missense_variant 

PIM1 chr6:37138424 c.346C>G p.(Leu116Val) missense_variant 

PIM1 chr6:37138424 c.346C>G p.(Leu116Val) missense_variant 

PIM1 chr6:37138791 c.497C>T p.(Ser166Phe) missense_variant 

PIM1 chr6:37138805 c.511C>T c.(511C>T(p.=)) splice_region_variant 

PIM1 chr6:37138805 c.511C>T c.(511C>T(p.=)) splice_region_variant 

PIM1 chr6:37138937 c.550C>G p.(Leu184Val) missense_variant 

PIM1 chr6:37139063 c.676G>A p.(Glu226Lys) missense_variant 

PIM1 chr6:37139210 c.823C>T p.(Leu275Phe) missense_variant 

PLCG2 chr16:81944262 c.1871G>A p.(Cys624Tyr) missense_variant 

PLCG2 chr16:81944262 c.1871G>A p.(Cys624Tyr) missense_variant 

PLCG2 chr16:81953208 c.2174T>A p.(Leu725His) missense_variant 

RRAGC chr1:39321486 c.535A>G p.(Lys179Glu) missense_variant 

RRAGC chr1:39322645 c.347A>T p.(Asp116Val) missense_variant 

RRAGC chr1:39322649 c.343T>C p.(Trp115Arg) missense_variant 

RRAGC chr1:39322684 c.308A>G p.(Asp103Gly) missense_variant 

RRAGC chr1:39322691 c.298_300dup p.(Tyr100dup) inframe_insertion 
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RRAGC chr1:39322696 c.296T>A p.(Ile99Asn) missense_variant 

RRAGC chr1:39322697 c.295A>T p.(Ile99Phe) missense_variant 

RRAGC chr1:39322697 c.295A>T p.(Ile99Phe) missense_variant 

RRAGC chr1:39322702 c.290A>G p.(Asn97Ser) missense_variant 

RRAGC chr1:39322723 c.269C>A p.(Thr90Asn) missense_variant 

RRAGC chr1:39322732 c.260C>T p.(Pro87Leu) missense_variant 

RRAGC chr1:39322732 c.260C>T p.(Pro87Leu) missense_variant 

RRAGC chr1:39322737 c.255G>A p.(Met85Ile) missense_variant 

RRAGC chr1:39322737 c.255G>A p.(Met85Ile) missense_variant 

RRAGC chr1:39325092 c.226_227delinsAA p.(Ser76Asn) missense_variant 

RRAGC chr1:39325095 c.224C>T p.(Ser75Phe) missense_variant 

RRAGC chr1:39325095 c.224C>T p.(Ser75Phe) missense_variant 

RRAGC chr1:39325096 c.223T>G p.(Ser75Ala) missense_variant 

RRAGC chr1:39325098 c.221A>G p.(Lys74Arg) missense_variant 

RRAGC chr1:39325134 c.185C>G p.(Pro62Arg) missense_variant 

SGK1 chr6:134492843 c.1099C>T p.(Gln367Ter) stop_gained 

SGK1 chr6:134492843 c.1099C>T p.(Gln367Ter) stop_gained 

SGK1 chr6:134493876 c.871G>A p.(Glu291Lys) missense_variant 

SGK1 chr6:134495154 c.501_502delinsTG p.(Pro168Ala) missense_variant 

SGK1 chr6:134495724 c.362C>G p.(Ala121Gly) missense_variant 

SMARCA4 chr19:11138543 c.3299T>C p.(Leu1100Pro) missense_variant 

SMARCA4 chr19:11143993 c.3574C>T p.(Arg1192Cys) missense_variant 

SMARCA4 chr19:11143993 c.3574C>T p.(Arg1192Cys) missense_variant 

SOCS1 chr16:11348711 c.625T>C p.(Phe209Leu) missense_variant 

SOCS1 chr16:11348807 c.529C>G p.(Leu177Val) missense_variant 

SOCS1 chr16:11348837 c.499C>T p.(Arg167Cys) missense_variant 

SOCS1 chr16:11348893 c.443T>C p.(Phe148Ser) missense_variant 

SOCS1 chr16:11348945 c.391C>T p.(Gln131Ter) stop_gained 

SOCS1 chr16:11348972 c.364G>A p.(Gly122Arg) missense_variant 

SOCS1 chr16:11349059 c.265_276del p.(Ala89_Arg92del) inframe_deletion 

SOCS1 chr16:11349080 c.256G>T p.(Val86Leu) missense_variant 

SOCS1 chr16:11349099 c.237C>G p.(Phe79Leu) missense_variant 

SOCS1 chr16:11349137 c.199A>T p.(Ile67Phe) missense_variant 

SOCS1 chr16:11349174 c.162C>A p.(His54Gln) missense_variant 

SOCS1 chr16:11349176 c.160C>G p.(His54Asp) missense_variant 

SOCS1 chr16:11349287 c.46_49delinsACAA p.(Ala16_Ala17delinsThrThr) frameshift_variant 

SOCS1 chr16:11349290 c.46G>T p.(Ala16Ser) missense_variant 

SOCS1 chr16:11349290 c.46G>A p.(Ala16Thr) missense_variant 

SOCS1 chr16:11349316 c.20T>C p.(Val7Ala) missense_variant 

SOCS1 chr16:11349329 c.7G>A p.(Ala3Thr) missense_variant 

SOCS1 chr16:11349331 c.5T>C p.(Val2Ala) missense_variant 

SOCS1 chr16:11349331 c.5T>A p.(Val2Glu) missense_variant 

ST6GAL1 chr3:186761047 c.556G>C p.(Val186Leu) missense_variant 

STAT6 chr12:57493818 c.1568A>G p.(Asp523Gly) missense_variant 

STAT6 chr12:57493819 c.1567G>A p.(Asp523Asn) missense_variant 

STAT6 chr12:57493830 c.1556A>T p.(Asp519Val) missense_variant 

STAT6 chr12:57496661 c.1256A>G p.(Asp419Gly) missense_variant 

STAT6 chr12:57496661 c.1256A>G p.(Asp419Gly) missense_variant 

STAT6 chr12:57496661 c.1256A>C p.(Asp419Ala) missense_variant 
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STAT6 chr12:57496661 c.1256A>G p.(Asp419Gly) missense_variant 

STAT6 chr12:57496661 c.1256A>G p.(Asp419Gly) missense_variant 

STAT6 chr12:57496661 c.1256A>G p.(Asp419Gly) missense_variant 

STAT6 chr12:57496661 c.1256A>G p.(Asp419Gly) missense_variant 

STAT6 chr12:57496661 c.1256A>C p.(Asp419Ala) missense_variant 

STAT6 chr12:57496661 c.1256A>G p.(Asp419Gly) missense_variant 

STAT6 chr12:57496661 c.1256A>G p.(Asp419Gly) missense_variant 

STAT6 chr12:57496662 c.1255G>A p.(Asp419Asn) missense_variant 

STAT6 chr12:57496662 c.1255G>C p.(Asp419His) missense_variant 

STAT6 chr12:57496662 c.1255G>A p.(Asp419Asn) missense_variant 

STAT6 chr12:57496662 c.1255G>A p.(Asp419Asn) missense_variant 

STAT6 chr12:57496671 c.1246G>C p.(Gly416Arg) missense_variant 

STAT6 chr12:57496671 c.1246G>C p.(Gly416Arg) missense_variant 

STAT6 chr12:57496671 c.1246G>C p.(Gly416Arg) missense_variant 

STAT6 chr12:57498329 c.1130A>G p.(Glu377Gly) missense_variant 

STAT6 chr12:57498330 c.1129G>A p.(Glu377Lys) missense_variant 

STAT6 chr12:57498345 c.1114G>A p.(Glu372Lys) missense_variant 

STAT6 chr12:57498345 c.1114G>A p.(Glu372Lys) missense_variant 

TET2 chr4:106157615 c.2518del p.(Leu840Ter) frameshift_variant 

TNFAIP3 chr6:138196119 c.433G>T p.(Glu145Ter) stop_gained 

TNFAIP3 chr6:138196859 c.523dup p.(Ala175GlyfsTer79) frameshift_variant 

TNFAIP3 chr6:138199732 c.1150G>A p.(Asp384Asn) missense_variant 

TNFAIP3 chr6:138199944 c.1368dup p.(Pro457AlafsTer16) frameshift_variant 

TNFAIP3 chr6:138200458 c.1880_1881del p.(Cys627PhefsTer44) frameshift_variant 

TNFRSF14 chr1:2488116 c.13G>T p.(Gly5Ter) stop_gained 

TNFRSF14 chr1:2488123 c.20G>A p.(Trp7Ter) stop_gained 

TNFRSF14 chr1:2488124 c.21G>A p.(Trp7Ter) stop_gained 

TNFRSF14 chr1:2488138 c.35G>A p.(Trp12Ter) stop_gained 

TNFRSF14 chr1:2488138 c.35G>A p.(Trp12Ter) stop_gained 

TNFRSF14 chr1:2488138 c.35G>A p.(Trp12Ter) stop_gained 

TNFRSF14 chr1:2488138 c.35G>A p.(Trp12Ter) stop_gained 

TNFRSF14 chr1:2488139 c.36G>A p.(Trp12Ter) stop_gained 

TNFRSF14 chr1:2488140 c.37A>T p.(Arg13Ter) stop_gained 

TNFRSF14 chr1:2488165 c.63_69+3del  splice_donor_variant 

TNFRSF14 chr1:2488172 c.69G>C c.(69G>C(p.=)) splice_region_variant 

TNFRSF14 chr1:2488174 c.69+2T>C  splice_donor_variant 

TNFRSF14 chr1:2489187 c.93delA p.(Ala32ProfsTer32) frameshift_variant 

TNFRSF14 chr1:2489189 c.99delC p.(Cys34AlafsTer30) frameshift_variant 

TNFRSF14 chr1:2489189 c.99dup p.(Cys34LeufsTer43) frameshift_variant 

TNFRSF14 chr1:2489234 c.141_144dup p.(Val49ProfsTer29) frameshift_variant 

TNFRSF14 chr1:2489235 c.140A>G p.(Tyr47Cys) missense_variant 

TNFRSF14 chr1:2489235 c.140A>G p.(Tyr47Cys) missense_variant 

TNFRSF14 chr1:2489258 c.163C>A p.(Pro55Thr) missense_variant 

TNFRSF14 chr1:2489781 c.179-1G>A  splice_acceptor_variant 

TNFRSF14 chr1:2489781 c.179-1G>A  splice_acceptor_variant 

TNFRSF14 chr1:2489782 c.179G>A p.(Gly60Asp) splice_region_variant 

TNFRSF14 chr1:2489818 c.218_219del p.(Thr73SerfsTer3) frameshift_variant 

TNFRSF14 chr1:2489880 c.277T>C p.(Cys93Arg) missense_variant 

TNFRSF14 chr1:2489880 c.277T>C p.(Cys93Arg) missense_variant 
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TNFRSF14 chr1:2489886 c.283C>T p.(Gln95Ter) stop_gained 

TNFRSF14 chr1:2489889 c.286T>A p.(Cys96Ser) missense_variant 

TNFRSF14 chr1:2489892 c.289C>T p.(Gln97Ter) stop_gained 

TNFRSF14 chr1:2489908 c.304+2dup  splice_donor_variant 

TNFRSF14 chr1:2489908 c.304+1G>A  splice_donor_variant 

TNFRSF14 chr1:2491261 c.305-1G>A  splice_acceptor_variant 

TNFRSF14 chr1:2491289 c.332G>A p.(Cys111Tyr) missense_variant 

TNFRSF14 chr1:2491303 c.348_364del p.(Asn116LysfsTer112) frameshift_variant 

TNFRSF14 chr1:2491304 c.347A>T p.(Asn116Ile) missense_variant 

TNFRSF14 chr1:2491313 c.356G>A p.(Cys119Tyr) missense_variant 

TNFRSF14 chr1:2491332 c.377delT p.(Phe126SerfsTer64) frameshift_variant 

TNFRSF14 chr1:2491336 c.379T>C p.(Cys127Arg) missense_variant 

TNFRSF14 chr1:2491337 c.380G>A p.(Cys127Tyr) missense_variant 

TNFRSF14 chr1:2491337 c.380G>A p.(Cys127Tyr) missense_variant 

TNFRSF14 chr1:2491360 c.403T>C p.(Cys135Arg) missense_variant 

TNFRSF14 chr1:2491366 c.409G>C p.(Ala137Pro) missense_variant 

TNFRSF14 chr1:2492067 c.469_470del p.(Gln158GlyfsTer75) frameshift_variant 

TNFRSF14 chr1:2492074 c.472C>T p.(Gln158Ter) stop_gained 

TNFRSF14 chr1:2492074 c.472C>T p.(Gln158Ter) stop_gained 

TNFRSF14 chr1:2492110 c.513_514del p.(Pro172GlnfsTer61) frameshift_variant 

TNFRSF14 chr1:2492154 c.551+3_551+29del  splice_donor_variant, 

TNFRSF14 chr1:2493109 c.552-3C>T  splice_region_variant 

TNFRSF14 chr1:2493120 c.560G>A p.(Trp187Ter) stop_gained 

TNFRSF14 chr1:2493153 c.595_598dup p.(His200LeufsTer35) frameshift_variant 

TNFRSF14 chr1:2493163 c.603G>A p.(Trp201Ter) stop_gained 

TNFRSF14 chr1:2493169 c.609G>A p.(Trp203Ter) stop_gained 

TNFRSF14 chr1:2493255 c.694+1G>C  splice_donor_variant 

TNFRSF14 chr1:2493258 c.694+4A>G  splice_region_variant 

TNFRSF14 chr1:2494616 c.757del p.(Thr253GlnfsTer49) frameshift_variant 

TP53 chr17:7577120 c.818G>T p.(Arg273Leu) missense_variant 

TP53 chr17:7577120 c.818G>T p.(Arg273Leu) missense_variant 

TP53 chr17:7577538 c.743G>A p.(Arg248Gln) missense_variant 

TP53 chr17:7578513 c.417G>C p.(Lys139Asn) missense_variant 

TP53 chr17:7579584 c.102dup p.(Pro36AlafsTer7) frameshift_variant 
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