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CentoCardio

Incluye los genes mas relevantes para arritmias, cardiopatias congénitas vy
miocardiopatias. Los sindromes incluyeron: QT largo y corto, sindrome de Brugada,
taquicardia ventricular polimorfica catecolaminérgica, miocardiopatias dilatadas e
hipertroficas y defectos cardiacos congénitos. Ademas, este panel incluye anomalias
vasculares, como dolicoectasia y telangiectasia hemorragica hereditaria. El panel no

incluye analisis de PKDL.

ABCC9, ACTA2, ACTCI, ACTN2, ACVR2B, ACVRLI, AKAP9, ANK2, ANKRDI, ARHGAP31, ATM, B3GAT3, BAG3, BCOR,
BMPR2, BRAF, CACNAIC, CACNB2, CALMI, CALM2, CASQ2, CAV3, CAVIN4, CBL, CDH2, CFAP53, CFCI, CHD?,
CITED2, CLDN16, CLDN19, CNNM2, COLIAI, COLIA2, COL3AI, COL4A1, COL4A2, COL5AI, COL5A2, CREBBP, CRELDI,
CRYAB, CSRP3, CTNNA3, DES, DMD, DNAJC19, DOLK, DSC2, DSG2, DSP, DTNA, EFEMP2, EGF, EHMTI, ELN, EMD,
ENG, EP300, EVC, EVC2, EYA4, FBN1, FBN2, FHLI, FKTN, FLNA, FLNC, FOXC1, FOXF1, FOXHI, FXYD2, GAA, GATA4,
GATAS5, GATA6, GDFI, GDF2, GJAI, GJA5, GLA, GPC3, GPDIL, HCCS, HCN4, HFE, HRAS, HTRAI, ILK, JAGI, JPH?2,
JUP, KCNAI1, KCNA5, KCND3, KCNEI, KCNE2, KCNE3, KCNH2, KCNJ2, KCNJ5, KCNK3, KCNQI, KDM6A, KMT2D,
KRAS, LAMA4, LAMP2, LDB3, LMNA, LZTRI, MAP2K2, MEDI2, MEDI3L, MEIS2, MFAP5, MIBI, MMP2l, MMP3,
MYBPC3, MYHIl, MYH6, MYH7, MYL2, MYL3, MYLK, MYLK2, MYO6,MYOZ2, MYPN, NEBL, NEXN, NFi, NIPBL,
NKX2-5, NKX2-6, NODAL, NOTCH1, NOTCH2, NOTCH3, NPPA, NR2F2, NRAS, NSDI, PDLIM3, PKDILI, PKD2, PKP2,
PLN, PRDM16, PRKAG2, PRKGI, PSENI, PSEN2, PTPNII, RAFI, RASAl, RBM10, RBM20, RITI, RYR2, SALLI, SALL4,
SCNI0A, SCN1B, SCN2B, SCN3B, SCN4B, SCN5A, SCO2, SDHA, SEMA3A, SGCD, SHOC?2, SKI, SLCI2A3, SLC22A5,
SLC25A4, SLC2A10, SLMAP, SMAD3, SMAD4, SMAD6, SMC3, SNTAI, SOSI, SOS2, SOX2, STRA6, SYNEI, SYNE2,
TAB2, TAZ, TBXI, TBX20, TBX5, TCAP, TFAP2B, TGFB2, TGFB3, TGFBRI, TGFBR2, TLLI, TMEM43, TNNCI, TNNI3,
TNNT2, TPM1, TRDN, TREXI, TRIM63, TRPM4, TRPM6, TTN, TTR, VCL, ZEB2, ZFPM2, ZIC3SCN10A, SCN1B, SCN2B,
SCN3B, SCN4B, SCN5A, SCO2, SDHA, SEMA3A, SGCD, SHOC2, ESQUI, SLCI2A3, SLC22A5, SLC25A4, SLC2AI0,
SLMAP, SMAD3, SMAD4, SMAD6, SMC3, SNTAI, SOSI, SOS2, SOX2, STRA6, SYNEI, SYNE2, TAB2, TAZ, TBX],
TBX20, TBX5, TCAP, TFAP2B, TGFB2, TGFB3, TGFBRI, TGFBR2, TLLl, TMEM43, TNNCI, TNNI3, TNNT2, TPMI,
TRDN, TREXI, TRIM63, TRPM4, TRPM6, TTN, TTR, VCL, ZEB2, ZFPM2, ZIC3SCNI0A, SCNIB, SCN2B, SCN3B,
SCN4B, SCN5A, SCO2, SDHA, SEMA3A, SGCD, SHOC2, ESQUI, SLCI2A3, SLC22A5, SLC25A4, SLC2A10, SLMAP,
SMAD3, SMAD4, SMAD6, SMC3, SNTA1, SOS1, SOS2, SOX2, STRA6, SYNEI, SYNE2, TAB2, TAZ, TBXI, TBX20, TBX5,
TCAP, TFAP2B, TGFB2, TGFB3, TGFBRI, TGFBR2, TLLI, TMEM43, TNNCI, TNNI3, TNNT2, TPMI, TRDN, TREX],
TRIM63, TRPM4, TRPMS6, TTN, TTR, VCL, ZEB2, ZFPM2, ZIC3

Panel Pulmonar

Incluye genes para el diagnostico de hipoventilacion central, disfuncion del metabolismo

del surfactante, hipertension pulmonar, entre otras enfermedades pulmonares.

ABCA3, ABCC8, ACVRLI, AP3BI, ASCLI, BLOCIS3, BLOCIS6, BMPR1B, BMPR2, CAVI, CCDC39, CCDC40, CFTR, CHAT,
CHRNAI, CHRNBI, CHRND, CHRNE, COLQ, CSF2RA, CSF2RB, DKCI, DNAAFI, DNAAF2, DNAHI1I, DNAHS5, DNAH9,
DNAI1, DNAI2, DNALI, DOCK8, DTNBPI, ECEl, EDN3, EFEMP2, EIF2AK4, ELN, ENG, FBLNS, FBNI, FLCN, FOXF,
GDF2, GDNF, GLRAI, HPS1, HPS3, HPS4, HPS5, HPS6, ITGA3, KCNA5, KCNK3, MECP2, NF1, NFUI, NKX2-1, NMES,
NOP10, NOTCH3, PARN, PHOX2A, PHOX2B, POLDI, RAPSN, RASAI, RET, RSPHI, RSPH4A, RSPH9, RTELI, SARS2,
SCN4A, SCNNIA, SCNNI1B, SCNNIG, SERPINAL, SFTPA2, SFTPB, SFTPC, SLC6A5, SLC7A7, SMAD4, SMADY, SMPDI,
STAT3, STRA6, TERT, TINF2, TSCI, TSC2, ZEB2

Genes de expansion : PHOX2B
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Estudios de un solo gen

Displasia alveolocapilar con desalineacion de las venas
pulmonares FOXF1

Miocardiopatia arritmogénica del ventriculo derecho tipo 1
TGFB3

Miocardiopatia arritmogénica del ventriculo derecho tipo 10
DSG2

Miocardiopatia arritmogénica del ventriculo derecho tipo 11
DSC2

Miocardiopatia arritmogénica del ventriculo derecho tipo 12
JUP

Miocardiopatia arritmogénica del ventriculo derecho tipo 5
TMEMA43

Miocardiopatia arritmogénica del ventriculo derecho tipo 8
DSP

Miocardiopatia arritmogénica del ventriculo derecho tipo 9
PKP2

Displasia arritmogénica del ventriculo derecho tipo 2 RYR2
Fibrilacion auricular tipo 10 SCNSA

Fibrilacion auricular tipo 11 GJAS

Fibrilacion auricular tipo 12 ABCC9

Fibrilacion auricular tipo 3 KCNQI

Fibrilacion auricular tipo 4 KCNE2

Fibrilacion auricular tipo 6 NPPA

Fibrilacion auricular tipo 7 KCNAS

Comunicacion interauricular tipo 3 MYH6

Comunicacion interauricular tipo 4 TBX20

Comunicacion interauricular tipo 5 ACTCI

Comunicacion interauricular tipo 6 TLL1

Comunicacion interauricular tipo 8 CITED2

Comunicacion interauricular tipo 9 GATAG

Comunicacion auriculoventricular tipo 4 GATA4
Comunicacion auriculoventricular tipo 5 GATAG6

sindrome de Barth TAZ

Valvula adrtica bicuspide TIMP1

Sindrome de Brugada tipo 1 SCNSA

Sindrome de Brugada tipo 2 GPDIL

Sindrome de Brugada tipo 3 CACNAIC

Sindrome de Brugada tipo 4 CACNB2

Sindrome de Brugada tipo 5 SCNI1B

Sindrome de Brugada tipo 6 KCNE3

Sindrome de Brugada tipo 7 SCN3B

Sindrome de Brugada tipo 8 HCN4

Sindrome de Brugada tipo 9 SLMAP

Defectos cardiacos, relacionados con CNOT3

Defectos cardiacos, relacionados con PPP1R8

Displesia valvular cardiaca, ligada al cromosoma X FLNA
Cardioencefalomiopatia infantil fatal por deficiencia de
citocromo c oxidasa SCO2

Cardioencefalomiopatia infantil fatal por deficiencia de
citocromo c oxidasa tipo 2 COX15

Cardioencefalomiopatia infantil fatal por deficiencia de
citocromo c oxidasa tipo 3 COAS

Sindrome cardiofaciocutaneo BRAF

Sindrome cardiofaciocutaneo KRAS

Se recomienda la prueba de un solo gen en
pacientes que tienen:

e Caracteristicas clinicas distintivas

e Antecedentes familiares de un trastorno

especifico.

e Trastornos de un solo gen

e Posible trastorno epigenético

e Posibles trastornos de repeticion triple

e Confirmacién de prueba familiar

Sindrome cardiofaciocutaneo tipo 3 MAP2KI1

Sindrome cardiofaciocutaneo tipo 4 MAP2K2
Miocardiopatia hipertrofica apical y neuropatia relacionada
con MT-ATP8

Miocardiopatia, dilatada MYBPC3
Miocardiopatia dilatada tipo 1 CRYAB
Miocardiopatia dilatada tipo 1A LMNA
Miocardiopatia dilatada tipo 1AA ACTN2
Miocardiopatia dilatada tipo 1BB DSG2
Miocardiopatia dilatada tipo 1C LDB3
Miocardiopatia dilatada tipo 1CC NEXN
Miocardiopatia dilatada tipo 1D TNNT2
Miocardiopatia dilatada tipo 1DD RBM20
Miocardiopatia dilatada tipo 1E SCNSA
Miocardiopatia dilatada tipo 1EE MYHG6
Miocardiopatia dilatada tipo 1G TTN
Miocardiopatia dilatada tipo 1GG SDHA
Miocardiopatia dilatada tipo THH BOLSA3
Miocardiopatia dilatada tipo 11 DES
Miocardiopatia dilatada tipo 1J EYA4
Miocardiopatia dilatada tipo 1TKK MYPN
Miocardiopatia dilatada tipo 1L SGCD
Miocardiopatia dilatada tipo ILL PRDM16
Miocardiopatia dilatada tipo 1M CSRP3
Miocardiopatia dilatada tipo IN TCAP
Miocardiopatia dilatada tipo 10 ABCC9
Miocardiopatia dilatada tipo 1P PLN
Miocardiopatia dilatada tipo 1R ACTCI1
Miocardiopatia dilatada tipo 1S MYH?7
Miocardiopatia dilatada tipo 1T TMPO
Miocardiopatia dilatada tipo 1U PSEN1
Miocardiopatia dilatada tipo 1V PSEN2
Miocardiopatia dilatada tipo 1W VCL
Miocardiopatia dilatada tipo 1X FKTN
Miocardiopatia dilatada tipo 1Y TPM1
Miocardiopatia dilatada tipo 1Z TNNCI
Miocardiopatia dilatada tipo 2A TNNI3
Miocardiopatia dilatada tipo 2B GATADI
Miocardiopatia dilatada tipo 3B DMD
Miocardiopatia dilatada con ataxia ADNJCI19
Miocardiopatia dilatada con
hipergonadotropico LMNA
Miocardiopatia dilatada con pelo lanoso y queratodermia
DSP

Miocardiopatia hipertrofica familiar CAV3
Miocardiopatia hipertrofica familiar tipo 1 MYH7
Miocardiopatia hipertrofica familiar tipo 10 MYL2
Miocardiopatia hipertrofica familiar tipo 11 ACTCI1
Miocardiopatia hipertrofica familiar tipo 12 CSRP3
Miocardiopatia hipertrofica familiar tipo 16 MYOZ2

hipogonadismo
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Miocardiopatia hipertréfica familiar tipo 17 JPH2
Miocardiopatia hipertréfica familiar tipo 19 CALR3
Miocardiopatia hipertrofica familiar tipo 2 TNNT?2
Miocardiopatia hipertrofica familiar tipo 3 TPMI1
Miocardiopatia hipertrofica familiar tipo 4 MYBPC3
Miocardiopatia hipertrofica familiar tipo 6 PRKAG2
Miocardiopatia hipertrofica familiar tipo 7 TNNI3
Miocardiopatia hipertrofica familiar tipo 8 MYL3
Miocardiopatia hipertrofica familiar tipo 9 TTN
Miocardiopatia familiar restrictiva tipo 1 TNNI3
Miocardiopatia, fatal, relacionada con MT-TI MT-TI
Miocardiopatia hipertrofica medioventricular digénica
MYLK2

Miocardiopatia hipertrofica relacionada con MT-TG
Miocardiopatia hipertrofica tipo 18 PLN
Miocardiopatia, dilatada idiopatica,
relacionada con MT-TH L-J
Miocardiopatia hipertrofica infantil relacionada con MT-
ATP8

Miocardiopatia, no compactacion del ventriculo izquierdo,
relacionada con MYH7B

Sindrome de hipoventilacion central con o sin enfermedad
de Hirschsprung PHOX2B

Sindrome de hipoventilacion central, congénito ASCLI1
Defectos cardiacos congénitos y displasia ectodérmica
PRKDt1

Multiples tipos de defectos cardiacos congénitos GATAS
Multiples tipos de defectos cardiacos congénitos TAB2
Enfermedad coronaria, susceptibilidad a, tipo 6 MMP3
Deficiencia de CRI

Dnfermedad de danon LAMP2

Hernia diafragmatica tipo 3 ZFPM2

Miocardiopatia dilatada con pelo lanoso, queratodermia y
agenesia dental DSP

Deficiencia de dopamina beta-hidroxilasa (DBH) DAP
Fibrilacion auricular familiar tipo 13 SCN1B

Bloqueo cardiaco, progresivo, familiar, tipo 1A SCN5A
Sindrome corazén-mano, tipo esloveno LMNA

Sindrome de Jervell y Lange-Nielsen tipo 1 KCNQ!1
Sindrome de Jervell y Lange-Nielsen tipo 2 KCNEI

No compactacion del ventriculo izquierdo 1, con o sin
cardiopatias congénitas DTNA

No compactacion del ventriculo izquierdo 7 MIBI
Enfermedad del legionario, susceptibilidad a TLRS
Enfermedad del legionario, susceptibilidad a TLRS
Sindrome de QT largo tipo 1 KCNQI

Sindrome de QT largo tipo 10 SCN4B

Sindrome de QT largo tipo 11 AKAP9

Sindrome de QT largo tipo 12 SNTAT1

Sindrome de QT largo tipo 13 KCNJ5

Sindrome de QT largo tipo 15 CALM2

Sindrome de QT largo tipo 2 KCNH2

Sindrome de QT largo tipo 3 SCNSA

Sindrome de QT largo tipo 4 ANK2

Sindrome de QT largo tipo 5 KCNEI1

Sindrome de QT largo tipo 6 KCNE2

Sindrome de QT largo tipo 8 CACNAIC

mitocondrial,

Sindrome de QT largo tipo 9 CAV3

sindrome de Marfan FBNI

sindrome MASS FBNI1

Sindrome de McKusick-Kaufman MKKS

sindrome MELAS MT-TC

sindrome MELAS MT-TF

Sindrome MELAS, relacionado con MT-TLI1

Sindrome de superposicion MERRF/MELAS, relacionado
con MT-TSI1

Sindrome de superposicion MERRF/MELAS, relacionado
con MT-TS2

Miopatia mitocondrial y anemia sideroblastica tipo 1 PUSI
Miopatia mitocondrial, infantil, transitoria, relacionada con
MT-TE

Miopatia mitocondrial, aislada MT-TD

Miopatia mitocondrial, relacionada con MT-TA

Miopatia mitocondrial, relacionada con MT-TM
Deficiencia de portador de fosfato mitocondrial SLC25A3
Enfermedad de moyamoya tipo 5 ACTA2

Sindrome de disfuncion multisistémica del muasculo liso
ACTA2

Miopatia relacionada con MT-TQ MT-TQ

Agenesia pancreatica y cardiopatias congénitas GATAG
Bloqueo cardiaco familiar progresivo TRPM4

Fibrosis pulmonar, idiopatica SFTPAT1

Hipertension pulmonar del recién nacido CRHR1
Enfermedad venooclusiva pulmonar tipo 2 EIF2AK4
Sindrome de Senger AGK

Sindrome de QT corto tipo 1 KCNH?2

Sindrome de QT corto tipo 2 KCNQ1

Sindrome de QT corto tipo 3 KCNJ2

Sindrome del seno enfermo tipo 1 SCN5SA

Sindrome del seno enfermo tipo 3 MYHG6

Disfuncion del nodulo sinoauricular y sordera CACNAID
Sindrome de muerte subita del lactante, susceptibilidad a
SCNOSA

Sindrome de muerte sUbita del lactante con disgenesia de
los testiculos TSPYLI

Anomalias testiculares con o sin cardiopatia congénita
GATA4

Tetralogia de Fallot ALDH1A2

Tetralogia de Fallot GATA4

Tetralogia de Fallot GATAG

Tetralogia de Fallot ZFPM?2

Diseccion de aneurisma de aorta toracica SMAD2
Transposicion de las grandes arterias, dextro-loop 1
MEDI3L

Fibrilacion ventricular paroxistica familiar tipo 1 SCNSA
Defecto del tabique ventricular tipo 1 GATA4

Defecto del tabique ventricular tipo 2 CITED2

Taquicardia ventricular catecolaminérgica polimorfica tipo
1 RYR2

Taquicardia ventricular catecolaminérgica polimorfica tipo
2 CASQ2

Taquicardia ventricular catecolaminérgica polimorfica tipo
4 CALMAT1

Taquicardia ventricular catecolaminérgica polimorfica tipo
5 TRDN

Sindrome de Wolff-Parkinson-White PRKAG2
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Panel para Recien Nacidos

Panel completo de NGS que incluye genes seleccionados explicitamente para las pruebas
genéticas de recién nacidos en estado critico y nifios menores de 24 meses en unidades
de cuidados intensivos (UCI). Esta disenado para abordar multiples condiciones genéticas
que pueden estar presentes en el periodo del recién nacido o en la primera infancia, y
muchas tienen fenotipos superpuestos e implicaciones inmediatas para el inicio del

tratamiento.

Incluye 855 genes: AARSI, AARS2, AASS, ABAT, ABCAI2, ABCA3, ABCBIl, ABCC8, ABCDI, ABCD3, ABCD4, ACADS,
ACAD9, ACADM, ACADS, ACADSB, ACADVL, ACATI, ACO2, ACOXI, ACSF3, ACTAI, ACY!, ADA, ADAMTSI3,
ADAMTSL2, ADAR, ADK, ADNP, ADSL, AGA, AGK, AGL, AGPAT2, AGPS, AGRN, AGXT, AHCY, AICDA, AIFMI,
AIMP1, AKAP9, AKRIDI, AKT2, ALAD, ALAS2, ALDH18A1, ALDH3A2, ALDH4AI, ALDH5A1, ALDH6A1, ALDH7ZAI, ALDOA,
ALDOB, ALGI, ALGN, ALGI2, ALGI3, ALGI4, ALG2, ALG3, ALG6, ALG8, ALG9, ALOXI12B, ALOXE3, ALPL, ALS2,
AMACR, AMN, AMPDI, AMT, ANKI, ANKRD26, ANKS6, ANTXRI, ANTXR2, AP2S1, AP4Bl, AP4El, AP4MI, AP4SI,
APOB, APTX, ARGI, ARL6, ARSA, ARSB, ARX, ASAHI, ASL, ASNS, ASPA, ASPM, ASSI, ATIC, ATPIA3, ATP6VOA2,
ATP6VIBI, ATP7A, ATP7B, ATP8BI, ATPAF2, ATR, ATRX, AUH, B3GLCT, B4GALTI, BCAP31, BCKDHA, BCKDHB,
BCKDK, BCSIL, BDNF, BICD2, BIN1, BLNK, BOLA3, BRAF, BRATI, BRCA2, BSCL2, BSND, BTD, BTK, C120rf65, CAI2,
CACNAIC, CACNB2, CALMI1, CAMTAI, CASK, CASR, CAST, CAVI, CAV3, CAVINI, CBS, CCDC103, CCDCI14, CCDC78,
CD19, CD247, CD320, CD3D, CD3E, CD3G, CD40, CD40LG, CD59, CD79A, CD79B, CD81, CD96, CDANI, CDK5RAP2,
CDKL5, CDKNIC, CENPJ, CEP152, CEP290, CERS3, CFAP298, CFH, CFHR3, CFL2, CFTR, CHAT, CHD?, CHKB, CHM,
CHRNAI, CHRNBI, CHRND, CHRNE, CIDEC, CLCN1, CLCNKA, CLCNKB, CLDNI16, CLN3, CLN5, CLN6, CLN8, CLPB,
CNTNI1, COA5, COGI, COG6, COG7 COLIAI, COLIZAl, COLIAI, COLIA2, COL2A1, COL3Al, COL5A2, COLG6AI,
COL6A2, COL6A3, COL7ZAL, COLQ, COMP, COQ2, COQ8A, COQ9, COROIA, COX10, COX15, COX20, COX6B1, CPSI,
CPTIA, CPT2, CR2, CRPPA, CRTAP, CTNS, CTPSI1, CTSA, CTSD, CUL4B, CXCR4, CYPI11B1, CYP1IB2, CYP17Al, CYP4F22,
CYP7B1, D2HGDH, DBT, DCLREIC, DDC, DDOST, DDR2, DEPDC5, DES, DGUOK, DHCR24, DHCR7, DIAPHI, DLAT,
DLD, DMD, DNA2, DNAH!, DNAHS5, DNAIl, DNAI2, DNAJC19, DNM2, DOCK? DOCKS8, DOK? DOLK, DPAGTI,
DPM2, DPYD, DRCI, DSP, DST, DUOX2, DUOXA2, DYSF, EDN3, EEFIA2, EGR2, EIF2AK3, EIF2B1, EIF2B2, EIF2B3,
EIF2B4, EIF2B5, ELAC2, ELANE, ENPP1, EPB42, EPCAM, ETFA, ETFB, ETFDH, ETHE!, EVC, EVC2, EXOSC3, EYAI, EYA4,
F10, F1, FI3A1, F2, F5, F7 F8, F9, FADD, FAH, FANCA, FANCB, FANCC, FANCD2, FANCL, FARS2, FASTKD2, FBNI,
FBP1, FBXL4, FGA, FGB, FGFR2, FGFR3, FGG, FH, FIG4, FKBP14, FKRP, FKTN, FOXCI, FOXGI, FOXP3, FOXREDI,
FRASI, FUCAI, G6PC, G6PD, GAA, GALC, GALE, GALKI, GALNS, GALT, GAMT, GAN, GARSI, GATAI, GATM, GBA,
GBE!l, GCDH, GCH1, GCK, GCSH, GDAPI, GFAP, GFMI1, GFPTI, GJAI, GJB2, GJB4, GK, GLA, GLBI, GLDC, GLIS3,
GLRA1, GLRB, GLUDI, GLYCTK, GMPPB, GNAS, GNE, GNMT, GNPAT, GNPTAB, GPIBA, GPIBB, GP9, GPC3, GPHN,
GPSM2, GSS, GUSB, GYS2, HADH, HADHA, HADHB, HAMP, HAXI, HBAI, HBA2, HBB, HCFC1, HESX1, HEXA, HEXB,
HGD, HGF, HIBCH, HLCS, HMGCL, HMGCS2, HNFIA, HNF1B, HNF4A, HPD, HPGD, HRAS, HSDI17B10, HSDI7B4,
HSD3B2, HSD3B7, HSPA9, HSPDI1, HSPG2, ICOS, IDUA, IER3IPI, IFIHI, IFT172, IGF1, IGFIR, IGHMBP2, IGLLI, IKBKB,
IL12RBI, IL2RA, IL2RG, IL7R, INS, INSR, INVS, IRF8, ITGA2B, ITGA6, ITGAZ, ITGB3, ITGB4, IVD, JAGI, JAGN1, JAK3,
JAM3, KAT6A, KAT6B, KBTBDI13, KCNEI, KCNH1, KCNH2, KCNJ10, KCNJ11, KCNQI1, KCNQ2, KCNQ3, KCNTI, KCTD?,
KIFIB, KLF1, KLHL40, KLHL41, KLHL7 KRAS, KRT5, LAMA2, LAMA3, LAMB3, LAMC2, LAMP2, LAMTOR?2, LARS2,
LASIL, LCT, LHX3, LHX4, LIAS, LIG4, LIPA, LIPN, LIPT1, LMBRDI, LMNA, LPINI, LRBA, LRPPRC, LRRC8A, MAGEL2,
MAGTI!, MALT!, MAN2B1, MANBA, MAP2KI, MAP2K2, MATIA, MCCCI, MCCC2, MCEE, MCM4, MCPHI, MECP?2,
MEDI12, MEF2C, MEGF10, MFN2, MFSD8, MITF, MKKS, MLCIl, MLYCD, MMAA, MMAB, MMACHC, MMADHC,
MMUT, MOCS1, MOCS2, MPCI1, MPI, MPL, MPV17, MPZ, MRPL3, MRPL44, MSMO1, MTHFR, MTM1, MTMRI14, MTO!,
MTR, MTRR, MUSK, MVK, MYCN, MYH9, NAAIO, NAGA, NAGS, NALCN, NARS2, NBAS, NDUFAIl, NDUFAIO,
NDUFA1, NDUFA2, NDUFA9, NDUFAFI, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6, NDUFB3, NDUFB9,
NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFVI, NDUFV2, NEB, NEUI, NEUROG3, NEXN, NFKB2,
NFUI, NGF, NGLY1, NHEJ1, NIPAL4, NIPBL, NKX2-1, NKX2-5, NLRC4, NLRP3, NOTCH2, NPCI, NPC2, NPHP1, NPHP3,
NROB!, NR3C2, NRAS, NSDI, NSDHL, NUBPL, OAT, OCLN, OCRL, OPA3, OPHNI, ORCI, ORC4, OTC, OXCT],
PAFAHIBI, PAH, PAX2, PAX3, PAX6, PAX8, PC, PCBDI, PCCA, PCCB, PCDH19, PCNT, PDCDI10, PDEIOA, PDHAI, PDHB,
PDHX, PDP1, PDSS2, PDXI, PEPD, PEXI, PEX10, PEX12, PEXI3, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEX5, PEX6,
PEX7, PGAP!, PGM1, PHGDH, PHKG2, PHOX2B, PIGA, PIGN, PIGT, PIGV, PIK3CD, PKD2, PKHDI, PKLR, PLCB4, PLEC,
PLODI, PLP1, PMM2, PMP22, PNKP, PNP, PNPLAI, PNPO, PNPTI, POGZ, POLG, POLG2, POMGNTI, POMGNT?2,
POMK, POMTI!, POMT2, POUIFI, PPT1, PRDM16, PRKAG2, PROC, PRODH, PROP!, PROSI, PRPS1, PRRT2, PSAP, PSAT],



Laboratorio de diagndstico clinico y genomico -l

Neonatologia

PSPH, PTPNI11, PTPRC, PTRH2, PTS, PURA, QDPR, RABI8, RAB3GAP!1, RAB3GAP2, RAC2, RAFI, RAGI, RAG2, RANBP2,
RAPSN, RARS2, RBI, RBBP8, RBM8A, RET, RFT1, RFX5, RFX6, RITI, RMND1, RNASEH2C, RNASET2, RORC, RPSI9,
RRM2B, RXYLTI, RYRI, SALLI, SATB2, SBDS, SCNIA, SCN2A, SCN4A, SCNSA, SCNIA, SCOI1, SCO2, SDHA, SDHAFT,
SELENON, SERACI, SERPINCI, SERPINGI, SFTPB, SFTPC, SHOC2, SIL1, SIX3, SIX5, SKI, SLC12A6, SLCI16A1, SLCI6A2,
SLCI7AS, SLC19A2, SLCI9A3, SLC22AS5, SLC25A1, SLC25A12, SLC25A13, SLC25A15, SLC25A19, SLC25A20, SLC25A22,
SLC25A3, SLC26A2, SLC26A3, SLC2A1, SLC30A2, SLC33Al, SLC3A1, SLC4A1, SLC52A1, SLC52A3, SLCS5A1, SLCSAS,
SLC6AI, SLCO6A3, SLCOAS, SLC?A7, SLC7A9, SLCOI1B1, SLCO1B3, SMPD1, SNAI2, SNX10, SOS1, SOX10, SOX2, SOX9,
SPAST, SPEG, SPINKS, SPINT2, SPR, SPREDI, SPTA1, SPTAN1, SPTB, SRD5A3, ST3GAL3, ST3GALS, STAR, STAT],
STATS3, STIL, STIMI, STINGI, STS, STT3B, STXBP1, SUCLA2, SUCLGI, SUMF1, SUOX, SYNE!, TACO!l, TAT, TAZ,
TBCID24, TBCE, TBX19, TBX5, TCAP, TCN2, TFR2, TG, TGMI, TH, THRA, TJP2, TMCO1, TMEMI65 TMEM70,
TNFRSF13B, TNFRSFI3C, TNFSF4, TNNT1, TP63, TPM2, TPM3, TPO, TPP1, TRIPI, TRMU, TRPV4, TSC1, TSC2, TSFM,
TSHB, TSHR, TSPYLI, TTC7A, TTN, TUBAS8, TUBB2A, TWNK, UBAI, UGTIAL, UMPS, UNG, UPB1, UQCRC2, UROD,
UROS, WAS, WDPCP, WDR62, WDR73, WFS1, WNKI1, WTI, ZAP70, ZEB2, ZFP57, ZNF423
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Panel de Infertilidad

Nuestro panel de infertilidad se recomienda para pacientes que intentan concebir
durante un aino o mas, con problemas de fertilidad conocidos, que han experimentado
mas de un aborto espontaneo, con menstruacion irregular o ausente, con bajo recuento,
forma o movimiento de espermatozoides, o con ausencia de desarrollo. de rasgos
sexuales secundarios. Nuestro panel incluye los genes mas importantes relacionados con
la infertilidad en hombres y mujeres. Conocer la causa exacta de la infertilidad permite
tomar mejores decisiones de diagnostico y posibilita un mejor asesoramiento para las

parejas.

Incluye 270 genes: AKRIC4, AMH, AMHR2, ANOSI, AR, ARLI3B, ARL6, ARX, ATP6VOA4, ATRX, AURKC, B3GLCT,
BBS1, BBS10, BBSI2, BBS2, BBS4, BBSS5, BBS?7 BBS9, BCOR, BMPI5, BMP4, BNC2, CATSPERI, CC2D2A, CCDCI03,
CCDC28B, CCDC39, CCDC40, CDKNIC, CEP164, CEP290, CEP41, CFAP298, CFAP300, CFAP418, CFTR, CHD4, CHD?,
CREBBP, CUL4B, CUL?, CYB5A, CYPIIAI, CYPIIBI, CYPI7Al, CYPI9AI, CYP2IA2, DAZ2, DHCR24, DHCR?, DHH, DMRT!,
DNAAFI, DNAAF2, DNAAF3, DNAAF4, DNAAF5, DNAHII, DNAHS5, DNAH9, DNAI1, DNAI2, DNALI, DUSP6, DYNC2H],
EFNBI, ENPPI, EPG5, ERALI, ESCO2, EVC, EVC2, FAT4, FBXL4, FEZFI, FGFI0, FGF17, FGF8, FGFRI, FGFR2, FGFR3,
FIG4, FLNA, FLRT3, FMRI, FOXJI, FOXL2, FRASI, FREM2, FSHB, FSHR, GAS8, GATA4, GLI3, GNRHI, GNRHR, GPC3,
GRIPI, HBAI, HCCS, HESXI, HEXA, HFE, HNFIB, HOXAI3, HS6STI, HSDI7B3, HSDI7B4, HSD3B2, HUWEI, IFTI72,
IFT27, ILI7RD, INPP5E, INSL3, IRF6, KHDC3L, KIF7 KISSI, KISSIR, LEP, LEPR, LHB, LHCGR, LHX3, LHX4, LMNA,
LRRC56, LZTFLI, MAMLDI, MAP3KI, MCM9, MEDI2, MIDI, MKKS, MKSI, MT-ATP6, MT-ATP8, MT-COI, MT-CO?,
MT-CO3, MT-CYB, MT-NDI, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-RNRI, MT-RNR2, MT-
TA, MT-TC, MT-TD, MT-TE, MT-TF, MT-TG, MT-TH, MT-TI, MT-TK, MT-TLI, MT-TL2, MT-TM, MT-TN, MT-TP, MT-
TQ, MT-TR, MT-TSI, MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY, MYO?A, MYRF, NEKI, NEKI0, NME8, NPHPI, NPHP3,
NROBI, NROB2, NR3CI, NR5AI, NSMF, ODAD4, OFDI, OPHNI, PANXI, PATL2, PAX6, PCNT, PCSKI, PDE4D, PEXI,
PHF6, PITX2, PLCZI, PNPLA6, POLR3B, POMC, POR, POUIFI, PPARG, PROK2, PROKR2, PROMI, PROPI, PRPH?2,
PSMC3IP, PTDSSI, PTPNI, RBBP8, RDH5, RHO, RIPK4, RLBPI, RNF216, ROR2, RPGRIPIL, RPLI0, RSPOI, SALLI,
SAMD9, SDCCAG8, SEMA3A, SETBPI, SGPLI, SOSI, SOX10, SOX2, SOX3, SOX9, SPAGI, SPECCIL, SPRY4, SRY, STAR,
TAC3, TACR3, TBXI5, TEXII, TEXI5, TLE6, TMEM67, TMEM70, TOEI, TP63, TRAF3IP1, TRAIP, TRIM32, TSPYLI, TTCI2,
TTC21B, TTC8, TUBB8, TWIST2, UBRI, USP9Y, WDPCP, WDR1I, WDR35, WEE2, WNT4, ZMYNDIO, ZP1, ZP2, ZP3

Genes de expansion : AR, FMRI

CentoScreen

Panel de deteccion integral de 330 trastornos autosémicos, recesivos y ligados al
cromosoma X. Analisis adicionales para sindrome X fragil, atrofia muscular espinal e
hiperplasia suprarrenal congénita (genes FMR1, SMN1y CYP21A2 respectivamente). Brinda
la oportunidad de tomar decisiones informadas y revisar la gama de opciones disponibles
para guiar el embarazo y la planificacion familiar. Incluye evaluacion de panel completo
con analisis de CNV de 34 genes para cada socio.

Existen 3 tipos

-Solamente 1 paciente (Padre o Madre)
-Pareja que quiere concebir (Padres)

-2 parejas (abuelos y padres) [asociacion]
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Prueba prenatal (invasiva y no invasiva)

Disefnado para analizar las aneuploidias cromosomicas del feto después de las 10 semanas
de gestacion. Se reportan sobrerepresentaciones de los cromosomas 21, 18 y 13, asi como
las aneuploidias de los cromosomas sexuales XO, XXX, XXY y XYY. Esta prueba de
deteccion no detecta aneuploidias en otros cromosomas no mencionados anteriormente

y, por lo tanto, no puede excluir anomalias en estos.

Incluye: AAAS, AARSI, AARS2, ABAT, ABCAI12, ABCA3, ABCBII, ABCB4, ABCB?, ABCC6, ABCC8, ABCC9, ABCDI,
ABCD4, ABHDI2, ABHD5, ACACA, ACAD9, ACADM, ACADS, ACADVL, ACAN, ACATI, ACE, ACO2, ACOXI, ACP5,
ACSL4, ACTAI, ACTA2 ACTB, ACTGI, ACTL6B, ACTN2 ACVR2B, ACVRLI, ACY1, ADA, ADAMI7 ADAM?22,
ADAMTSI9, ADAMTS2, ADAMTSL2, ADAR, ADARBI, ADAT3, ADCY5, ADGRGI, ADGRG6, ADGRVI, ADK, ADNP,
ADPRHL2, ADSL, AFF2, AFG3L2, AGA, AGK, AGL, AGPAT2, AGPS, AGR2, AGRN, AGT, AGTPBPI, AGTR!, AGXT,
AHCY, AHDCI, AHI1, AIFMI1, AIMP1, AIPLI, AIRE, AK2, AKRIDI, AKTI, AKT2, AKT3, ALAD, ALDHI8AI, ALDHIA3,
ALDH3A2, ALDH4Al, ALDH5A1, ALDH6A1, ALDH7AI, ALDOA, ALDOB, ALGI, ALGN, ALGI2, ALGI3, ALGI4, ALG2,
ALG3, ALG6, ALG8, ALGY9, ALOXI2B, ALPL, ALS2, ALX3, ALX4, AMACR, AMERI, AMN, AMPDI, AMPD2, AMT, ANK2,
ANK3, ANKH, ANKRDI11, ANKS6, ANO10, ANO5, ANOSI1, ANTXRI, ANTXR2, APIBI, APIS1, AP1S2, AP3B1, AP3B2, AP4BI,
AP4El, AP4M1, AP4S1, APC2, APTX, AR, ARCNI1, ARFGEF2, ARGI, ARHGAP31, ARHGDIA, ARHGEF9, ARIDIA, ARIDIB,
ARID2, ARLI3B, ARL3, ARL6, ARL6IP1, ARMC4, ARMCY, ARNT2, ARSA, ARSB, ARSL, ARVI, ARX, ASAHI1, ASCCI,
ASHIL, ASL, ASNS, ASPA, ASPH, ASPM, ASS1, ASXL1, ASXL2, ASXL3, ATAD3A, ATCAY, ATIC, ATLI, ATM, ATOH?,
ATPI13A2, ATPIAI, ATPIA2, ATPIA3, ATP2B3, ATP5MD, ATP6AP2, ATP6VOA2, ATP6VOA4, ATP6VIA, ATP6VIBI,
ATP6VIB2, ATP7A, ATP7B, ATP8A2, ATP8BI, ATR, ATRX, AUH, AUTS2, B3GALNT2, B3GALT6, B3GAT3, B3GLCT,
BAGALNTI, BAGALT7, B4GATI, BODI1, BOD2, BAG3, BANFI, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, BCAP3I,
BCKDHA, BCKDHB, BCKDK, BCLIIA, BCOR, BCSIL, BGN, BHLHA9, BICD2, BINI, BLM, BLNK, BMP1, BMP2, BMP4,
BMPER, BMPRIB, BOLA3, BPTF, BRAF, BRATI, BRCAI, BRCA2, BRD4, BRIP1, BRPFI, BRWD3, BSCL2, BSND, BTD, BTK,
BUBIB, Cl2orf57, Cl20rf65, Cl50rf41, Cl9orfl2, CIQBP, C2CD3, C8orf37, CA2 CA5A, CA8 CACNAIA, CACNAIC,
CACNAID, CACNAIE, CACNAIG, CAD, CAMK2A, CAMK2B, CAMTAI, CANTI, CARDI!I, CARS2, CASK, CASP10, CASR,
CAVI1, CAVINI, CBL, CBS, CC2DIA, CC2D2A, CCBEI, CCDC103, CCDCI14, CCDCI15, CCDCI151, CCDC22, CCDC39,
CCDC40, CCDC47, CCDC65 CCDC78, CCDC8, CCDC88A, CCDC88C, CCND2, CCNK, CCNO, CCNQ, CCT5, CDI19,
CD247, CD2AP, CD3D, CD3E, CD3G, CD40, CD40LG, CD79A, CD79B, CD96, CDC45, CDH1, CDH2, CDH23, CDH3,
CDK10, CDKI13, CDK19, CDK19, CDK5RAP2, CDKL5, CDKNIC, CDON, CDSN, CDTI, CENPF, CENPJ, CEP104, CEP135,
CEP152, CEP164, CEP290, CEP41, CEP57, CEP63, CEP83, CERSI, CERS3, CERT!, CFAP298, CFAP300, CFAP410, CFCI,
CFL2, CFTR, CHAMPI, CHAT, CHD2 CHD3, CHD4, CHD? CHD8, CHKB, CHM, CHMPIA, CHRDLI, CHRNA,
CHRNA2, CHRNA4, CHRNBI, CHRND, CHRNE, CHRNG, CHST14, CHST3, CHSY1, CHUK, CIB2, CILK1, CISD2, CIT,
CKAP2L, CLCN1, CLCN2, CLCN4, CLCNS5, CLCN7, CLCNKA, CLCNKB, CLDN1, CLDNI16, CLDN19, CLMP, CLN3, CLNS5,
CLN6, CLN8, CLP1, CLPB, CLPP, CLRN1, CLTC, CNKSR2, CNNM2, CNOTI, CNOT3, CNPY3, CNTNAPI, CNTNAP2,
COAB, COA8, COASY, COGI, COG4, COG5, COG6, COG7, COG8, COLI0A!, COLIAI, COLIIA2, COLIZAl, COLIA,
COLIA2, COL2A1, COL3A1, COL4Al, COL4A2, COL4A3, COL4A4, COL4A5 COL6Al, COL6A2, COL6A3, COL7AI,
COL9AI, COL9A2, COL9A3, COLECI0, COLECI, COLQ, COMP, COQ2, COQ4, COQ6, COQ8A, COQ8B, COQY,
COROIA, COXI10, COX15, COX20, COX6BI, COX7B, CPLANEI, CPS1, CPTIA, CPT2, CRADD, CRBI, CRB2, CRBN,
CREB3LI, CREBBP, CRELDI, CRIPT, CRKL, CRLF1, CRPPA, CRTAP, CRX, CRYAA, CRYAB, CSFIR, CSF2RB, CSF3R,
CSNKIE, CSNK2A1, CSNK2B, CSPP1, CSTA, CSTB, CTCI, CTCF, CTDPI, CTNNA2, CTNNBI, CTNNDI, CTNS, CTPS,
CTSA, CTSD, CTSK, CTU2, CUL3, CUL4B, CUL7, CWC27, CWFI19L1, CXCR4, Cxorf56, CYB5R3, CYBA, CYBB, CYC],
CYP11A1, CYPI11B1, CYP11B2, CYPI7A1, CYP21A2, CYP24Al1, CYP27Al1, CYP27B1, CYP2U1, CYP4F22, CYP7B1, D2HGDH, DAG],
DARSI!, DARS2, DBT, DCAF17, DCC, DCDC2, DCHSI, DCLREIC, DCX, DDB2, DDC, DDHDI, DDHD2, DDR2, DDXII,
DDX3X, DDX59, DDX6, DEAF1, DENND5A, DEPDC5 DGATI, DGKE, DGUOK, DHCR24, DHCR7, DHDDS, DHH,
DHODH, DHTKDI, DHX16, DHX30, DHX37, DIAPHI, DIS3L2, DKCI, DLAT, DLD, DLG3, DLG4, DLL1, DLL3, DLL4, DLX5,
DMD, DMPI, DMPK, DMXL2, DNA2, DNAAF3, DNAAF4, DNAAF5 DNAH5, DNAH9, DNAJCI2, DNAJCI9, DNAJC3,
DNAJCS5, DNM1, DNMIL, DNM2, DNMT3A, DNMT3B, DOCK6, DOCK7, DOCK8, DOK?, DOLK, DPAGTI, DPF2, DPMI,
DPM2, DPYD, DRCI, DSE, DSGI, DSP, DST, DSTYK, DTNA, DUOX2, DUOXA2, DVLI, DVL3, DYM, DYNCIH1, DYNC2H],
DYRKIA, DYSF, EARS2, EBF3, EBP, ECELI, ECHSI, EDA, EDAR, EDN3, EDNRA, EDNRB, EED, EEFIA2, EFEMP2, EFNBI,
EFTUD2, EGR2, EHMTI, EIF2AK3, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EIF2S3, EIF4A3, ELAC2, ELANE, ELMO?2,
ELN, ELOVL4, ELP1, ELP2, EMCI, EMCI0, EMD, EMGI, EMX2, ENG, ENPP1, ENTPD!, EOGT, EP300, EPB42, EPCAM,
EPG5, EPHB4, EPM2A, EPRSI1, ERCCI, ERCC2, ERCC3, ERCC4, ERCC5, ERCC6, ERCC6L2, ERCC8, ERF, ERLINI,
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ERLIN2, ESCO2, ETFA, ETFB, ETFDH, ETHE!, EVC, EVC2, EXOC3L2, EXOSC3, EXOSC8, EXOSC9, EXPHS5, EXTI, EXT2,
EXTL3, EYAl, EZH2, F10, F13Al, F2, F7, F8, F9, FA2H, FADD, FAH, FAMINA, FAMI126A, FAM149B1, FAMI161A, FAM20A,
FAM20C, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, FANCL, FANCM, FARI, FARS2, FAS,
FASLG, FASTKD2, FAT4, FBLNS5, FBN1, FBN2, FBP1, FBXL4, FBXO11, FBXW1, FBXW4, FCSK, FEZF1, FGA, FGB, FGDI,
FGD4, FGF10, FGF12, FGF3, FGF8, FGF9, FGFR1, FGFR2, FGFR3, FGG, FH, FHLI, FIG4, FKBP10, FKBP14, FKRP, FKTN,
FLADI, FLNA, FLNB, FLT4, FLVCRI, FLVCR2, FMN2, FMRI, FN1, FOLR1, FOXCIl, FOXC2, FOXEl, FOXE3, FOXFI,
FOXGI, FOXL2, FOXNI1, FOXP1, FOXP3, FOXRED1, FRASI, FREM!, FREM2, FRMPD4, FRRSIL, FTCD, FTL, FTSJ1,
FUCAI, FUT8, FXN, G6PC, G6PC3, GAA, GABBR2, GABRA1, GABRB1, GABRB2, GABRB3, GABRG2, GADI, GALC, GALE,
GALKI, GALNS, GALT, GAMT, GAN, GASS8, GATAI, GATA2, GATA3, GATA4, GATA6, GATAD2B, GATM, GBA, GBA2,
GBEl, GCDH, GCHI1, GCK, GDAP1, GDF1, GDF3, GDF5, GDF6, GDI1, GEMIN4, GFAP, GFER, GFM1, GFM2, GFPT1, GHR,
GJAL, GJAS8, GJB2, GJB3, GJC2, GK, GLA, GLBI, GLDC, GLDN, GLEl, GLI2, GLI3, GLIS2, GLIS3, GLMN, GLRXS5,
GLUDI, GLUL, GLYCTK, GM2A, GMNN, GMPPA, GMPPB, GNAITl, GNAI3, GNAOI1, GNAQ, GNAS, GNBI, GNBS,
GNPAT, GNPTAB, GNPTG, GNS, GOLGA2, GORAB, GOSR2, GOT2, GPAA1l, GPC3, GPC6, GPHN, GPSM2, GPT2,
GPX4, GREBIL, GRHL2, GRHL3, GRIA2, GRIA3, GRID2, GRIK2, GRIN1, GRIN2A, GRIN2B, GRIN2D, GRIP1, GRMT,
GRM7, GSS, GTF2H5, GTPBP1, GTPBP3, GUCY2C, GUF!, GUSB, GYSI, GZF1, H1-4, HACDI, HACEI, HADH, HADHA,
HADHB, HARSI, HAXI, HBA1, HBA2 HBB, HCCS, HCFCI, HCNI, HDAC4, HDAC8, HECW2, HEPACAM, HERC2,
HESX1, HEXA, HEXB, HGSNAT, HIBCH, HINTI, HIVEP2, HK1, HLCS, HMGCL, HMGCS2, HMXI, HNFIB, HNF4A,
HNRNPH2, HNRNPK, HNRNPU, HOXAl, HOXA13, HOXCI3, HOXDI13, HPD, HPDL, HPGD, HPRTI, HPSI, HPSE2,
HRAS, HSD11B2, HSDI7B10, HSD17B4, HSD3B2, HSD3B7 HSPA9, HSPD!, HSPG2, HUWEI, HYALI, HYDIN, HYLS],
IARST, IARS2, IBAS7, ICOS, IDS, IDUA, IER3IPT, IFIHI, IFITMS, IFNGR2, IFT122, IFT140, IFT172, IFT27, IFT43, IFT80,
IGF1, IGFIR, IGF2, IGFBP7, IGHMBP2, IGSF1, IHH, IKBKB, IKBKG, IL1IRA, IL12RBI, ILIRAPLI, IL2IR, IL2RA, IL2RG,
IL7R, IMPADI, INPPSE, INPPSK, INPPLI, INS, INSR, INVS, IPO8, IQCBI, IQSECI, IQSEC2, IRAK4, IRF6, IRF8, IRXS,
ISCA2, ITFG2, ITGAS3, ITGA6, ITGA? ITGAS, ITGB4, ITK, ITPA, ITPRl, IVD, JAGI, JAGNI JAKS, JAM2, JAMS,
KANKT1, KANSLI, KARS, KARSI, KATS5, KAT6A, KAT6B, KAT8, KATNBI, KBTBDI13, KCNA2, KCNBI, KCNCI, KCNCS3,
KCNE!, KCNH1, KCNJ1, KCNJ10, KCNJ11, KCNJ6, KCNMAT, KCNQ1, KCNQ2, KCNQ3, KCNQS, KCNTI, KCTD],
KCTD?7, KDM5C, KDM6A, KIAA0586, KIAAT09, KIDINS220, KIF1, KIFIA, KIFIC, KIF22, KIF2A, KIFS5A, KIFSC, KIF7Z,
KIFBP, KIRREL3, KLF1, KLHL15, KLHL40, KLHL41, KLHL7, KMT2A, KMT2B, KMT2C, KMT2D, KMT2E, KMT5B, KNLI,
KPTN, KRAS, KRIT1, KRT10, KRT8, LICAM, L2HGDH, LAMA1, LAMA2, LAMAS, LAMBI, LAMB2, LAMB3, LAMC2,
LAMCS, LAMP2, LARGE!, LARP7, LARS2, LASIL, LBR, LDB3, LEMD3, LETMI1, LFNG, LGI4, LHX3, LHX4, LIAS, LIFR,
LIG4, LINSt, LIPA, LIPT1, LMBRD1, LMNA, LMOD3, LMXI1B, LONPI, LPIN2, LRBA, LRP2, LRP4, LRP5, LRPPRC,
LRRCS56, LRRCO6, LTBP2, LTBP3, LYRM?7, LYST, LZTFLI, LZTR1, MAB21L2, MACFI, MAF, MAFB, MAG, MAGEL2,
MAGI2, MAGTI, MALTI, MAMLDI1, MAN1B1, MAN2B1, MANBA, MAOA, MAP1IB, MAP2K1, MAP2K2, MAP3K1, MAP3K7,
MAPKS8I1P3, MAPRE2, MARSI1, MASP1, MATIA, MATN3, MBD5, MBOAT?, MBTPS2, MC2R, MCCCI1, MCCC2, MCEE,
MCOLNI1, MCPHI1, MDH2, MECOM, MECP2, MECR, MEDI12, MED13, MED13L, MED17, MED23, MED25, MEF2C,
MEGF10, MEGF8, MEIS2, MEOX]1, MESP2, METTL5, MFN2, MFRP, MFSD2A, MFSD8, MGAT2, MGME!, MGP, MICU1,
MID1, MIPEP, MIR1ZHG, MITF, MKKS, MKS1, MLC1, MLPH, MLYCD, MMAA, MMAB, MMACHC, MMADHC, MMP13,
MMP21, MMUT, MNI1, MNX1, MOCS1, MOCS2, MOGS, MORC2, MORC2, MPDU1, MPDZ, MPI, MPLKIP, MPV17, MPZ,
MREN, MRPL3, MRPL44, MRPS2, MRPS22, MRPS34, MSL3, MSMO1, MSX1, MSX2, MTFMT, MTHFR, MTM1, MTO/{,
MTOR, MTR, MTRR, MTTP, MUSK, MUTYH, MVK, MYBPCI, MYBPC3, MYCN, MYD88, MYH3, MYH6, MYH7, MYHS,
MYH9, MYL3, MYO18B, MYO5A, MYO5B, MYO7A, MYODI1, MYPN, MYTIL, NAA10, NAA15, NACCI, NADSYNI1, NAGA,
NAGLU, NAGS, NALCN, NANS, NARSI, NARS2, NAXD, NAXE, NBAS, NBEA, NBN, NCAPD3, NCKAPIL, NDE1, NDN,
NDP, NDST1, NDUFAI, NDUFA10, NDUFAT11, NDUFAI12, NDUFAI13, NDUFA2, NDUFA6, NDUFA9, NDUFAF1, NDUFAF2,
NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6, NDUFAF8, NDUFB3, NDUFB8, NDUFSI, NDUFS2, NDUFS3, NDUFS4,
NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2, NEB, NECAP!1, NECTIN1, NECTIN4, NEDDA4L, NEKI1, NEK8, NEMF,
NEU!, NEUROGS, NEXMIF, NF1, NFASC, NFIA, NFIB, NFIX, NFKBIA, NFU1, NGF, NGLY1, NHEJI, NHLRC1, NHP2,
NHS, NIPAL4, NIPBL, NKX2-1, NKX2-5, NKX2-6, NKX3-2, NKX6-2, NLRC4, NLRP3, NMNATI!, NNT, NODAL, NOG,
NONO, NOTCHI1, NOTCH2, NOTCHS3, NOVA2, NPC1, NPC2, NPHP1, NPHP3, NPHP4, NPHS1, NPHS2, NPR2, NROB1,
NR1H4, NR2F1, NR2F2, NR3C2, NR5A1, NRAS, NRXN1, NRXN3, NSDI, NSDHL, NSUN2, NT5C2, NT5C3A, NTNG2,
NTRKI, NTRK2, NUBPL, NUDT2, NUP107, NUP188, NYX, OBSL!, OCLN, OCRL, ODAPH, OFD1, OGDH, OLA1, OPA1,
OPA3, OPHNI, ORCI, ORC4, ORC6, OSGEP, OSTM1, OTC, OTOGL, OTUDS, OTUD6B, OTULIN, OTX2, OXCTI1, OXR1,
P3H1, PAHB, PACSI, PACS2, PAFAHIBI, PAH, PAKS3, PALB2, PAMI6, PANK2, PAPSS2, PARN, PARS2 PAX2, PAXS,
PAX6, PAX8, PC, PCARE, PCBD1, PCCA, PCCB, PCDHI15 PCDHI19, PCGF2, PCKI, PCNT, PCYTIA, PCYT2, PDCDI0,
PDEIOA, PDE4D, PDE6D, PDE6G, PDGFRB, PDHA1, PDHB, PDHX, PDP1, PDSS2, PDX1, PEPD, PERCCI, PET100, PEX],
PEX10, PEXI11B, PEX12, PEX13, PEX14, PEXI16, PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PEX?, PGAPI, PGAP2, PGAP3, PGKI,
PGM1, PGM3, PHACTRI, PHEX, PHF2IA, PHF6, PHF8, PHGDH, PHIP, PHKG2, PHOX2B, PIEZO1, PIEZO2, PIGA, PIGG,
PIGK, PIGL, PIGN, PIGO, PIGQ, PIGS, PIGT, PIGV, PIGY, PIHID3, PIK3CA, PIK3CD, PIK3R1, PIK3R2, PISD, PITX],
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PITX2, PITX3, PKDILl, PKHD1, PKLR, PLA2G6, PLAA, PLCBI, PLCB4, PLCEl, PLCG2, PLEC, PLEKHGS, PLG, PLK4,
PLOD!1, PLOD2, PLODS3, PLP1, PLPBP, PLS3, PMM2, PMP22, PMPCB, PMS2, PNKP, PNP, PNPLA1, PNPLAS, PNPO,
PNPT1, POCIA, POCIB, POGZ, POLA1, POLDI, POLE, POLG, POLG2, POLRIA, POLRIB, POLRIC, POLRID, POLR3A,
POLR3B, POMGNTI!, POMGNT2, POMK, POMP, POMTI1, POMT2, POR, PORCN, POUI1F1, PPA2, PPIB, PPMID, PPPICB,
PPPIR12A, PPPIR15B, PPPIR21, PPP2CA, PPP2R1A, PPP2R5D, PPP3CA, PPTI, PQBP1, PRDMI12, PRDMI16, PREPL, PRFI,
PRICKLE!, PRKAG2, PRKARIA, PRKCD, PRKD1, PRMT7, PROC, PRODH, PROP1, PROS1, PRPSI, PRRT2, PRRXI, PRSS12,
PRSS56, PRUNEI, PRX, PSAP, PSATI, PSMB8, PSMD12, PSPH, PTCH1, PTCHD1, PTDSS1, PTEN, PTFIA, PTHIR, PTHLH,
PTPN11, PTPN14, PTPN23, PTPRC, PTRH2, PTS, PUF60, PURA, PUSI, PUS7 PXDN, PYCR1, PYCR2, PYGL, PYGM,
PYROXD1, QARS1, QDPR, QRICHI1, RABIIA, RABI1B, RAB18, RAB23, RAB27A, RAB39B, RAB3GAP!, RAB3GAP2, RACI,
RAC2, RAD21, RADS50, RADSIC, RAF1, RAGI, RAG2, RAIl, RALGAPATL RAPSN, RARB, RARS1, RARS2, RASAT, RAX, RBI,
RBBP8, RBCKI1, RBM10, RBM8A, RBPJ, RDH1, RELN, REN, RERE, RET, RETREGI, RFT!, RFX5 RFX6, RHOA,
RHOBTB2, RICI, RIMS2, RIN2, RIPK4, RIT1, RLIM, RMND1, RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, RNF113A,
RNF13, RNF135, RNF168, ROBO3, ROGDI, ROR2, RORA, RPE65, RPGRIP1, RPGRIPIL, RPIA, RPL10, RPL1!, RPLI3,
RPL26, RPL5, RPS19, RPS26, RPS28, RPS29, RPS6KA3, RPS7, RRM2B, RSPH1, RSPH3, RSPO2, RSPO4, RSPRY1, RTEL],
RTN4I1P1, RTTN, RUNX2, RXYLTI, RYRI, SACS, SALLI, SALL4, SAMD9, SAMDIL, SAMHDI1, SARS2, SASS6, SATB2,
SBDS, SBF1, SC5D, SCAMPS, SCAPER, SCARF2, SCNTA, SCNIA, SCNI1B, SCN2A, SCN3A, SCN4A, SCNB8A, SCNIA,
SCNNIA, SCOI1, SCO2, SCYLI, SCYL2, SDCCAGS, SDHA, SDHAF1, SDHD, SEC23B, SEC24D, SELENOI, SELENON,
SEPSECS, SERACI, SERPINF1, SERPINH1, SET, SETBP1, SETDIA, SETD2, SETDS, SETX, SF3B4, SFTPB, SFTPC, SFXN4,
SGCA, SGCE, SGCG, SGPL1, SGSH, SH2D1A, SH3PXD2B, SHANKI1, SHANK2, SHH, SHOC2, SHOX, SHROOM4, SIK1,
SIL1, SIMT, SINSA, SIX1, SIX3, SIX5, SKI, SKIV2L, SLCI0AZ, SLCI2A1, SLCI2A3, SLCI12A5, SLC12A6, SLCI3AS5, SLCI6AT,
SLCI6A2, SLCI7A5, SLCI9A2, SLCI9A3, SLCIA2, SLC22A5, SLC25A1, SLC25A12, SLC25A13, SLC25A15, SLC25A19,
SLC25A20, SLC25A22, SLC25A24, SLC25A26, SLC25A3, SLC25A38, SLC25A4, SLC25A42, SLC26A2, SLC206A3,
SLC26A7, SLC27A4, SLC2A1, SLC2A10, SLC2A2, SLC30A10, SLC33A1, SLC35A1, SLC35A2, SLC35A3, SLC35CI, SLC35D1,
SLC39A13, SLC39A8, SLC4Al, SLC4AIl, SLC4A4, SLC52A2, SLC52A3, SLCS5AI, SLC5A5, SLC5A6, SLC5A7, SLCOAL,
SLC6A3, SLCO6AS5, SLC6A8, SLCO6A9, SLC7?A7, SLCO9A1, SLCY9A6, SLX4, SMAD3, SMAD4, SMARCA2, SMARCA4,
SMARCALI, SMARCBI, SMARCC2, SMARCDI, SMARCE!, SMCIA, SMC3, SMCHD!1, SMN1, SMO, SMOCI1, SMPD1,
SMPD4, SMS, SNAP29, SNORDI118, SNRPB, SNX14, SON, SOSI, SOS2, SOX10, SOX11, SOX17, SOX2, SOX3, SOX5,
SOX6, SOX9, SP110, SP7, SPAGI, SPART, SPAST, SPATAS, SPECCIL, SPEG, SPGI1, SPR, SPRED1, SPTANI1, SPTBNZ2,
SPTBN4, SPTLC2, SQSTM1, SRCAP, SRD5A3, SRP54, SRY, SSR4, ST14, ST3GAL3, ST3GALS, STAGI, STAG2, STAMBP,
STAR, STAT2, STATSB, STIL, STIM1, STRA6, STRADA, STS, STXI11, STXIB, STXBP1, STXBP2, SUCLA2, SUCLGI, SUFU,
SUMF1, SUOX, SURF1, SUZ12, SVBP, SYN1, SYNEI, SYNGAPI, SYNJ1, SYP, SYTI, SZT2, TAB2, TAC3, TACR3, TAF],
TAF13, TAF2, TAF6, TANGO2, TAOKI1, TASP1, TAT, TAZ, TBC1D20, TBC1D23, TBCID24, TBCD, TBCE, TBCK, TBLIXR],
TBRI1, TBX!1, TBX15, TBX18, TBX20, TBX22, TBX3, TBX4, TBX5, TBXAS!, TCF12, TCF20, TCF4, TCIRGI, TCN2, TCOF],
TCTNI, TCTN2, TCTN3, TECPR2, TEK, TELO2 TERT, TFAP2A, TFAP2B, TGDS, TGFBI, TGFB2, TGFB3, TGFBR],
TGFBR2, TGIFIl, TGM1, TH, THAPI, THOC2, RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, RNF113A, RNFI3,
RNF135, RNF168, ROBO3, ROGDI, ROR2, RORA, RPE65, RPGRIP1, RPGRIPIL, RPIA, RPL10, RPL11, RPL13, RPL26, RPLS,
RPS19, RPS26, RPS28, RPS29, RPS6KA3, RPS7, RRM2B, RSPH1, RSPH3, RSPO2, RSPO4, RSPRY1, RTELI, RTN4IP1,
RTTN, RUNX2, RXYLT1, RYR1, SACS, SALLI, SALL4, SAMD9, SAMDIL, SAMHD!1, SARS2, SASS6, SATB2, SBDS, SBF],
SC5D, SCAMPS, SCAPER, SCARF2, SCNMIA, SCNI1A, SCNI1B, SCN2A, SCN3A, SCN4A, SCNBA, SCN9A, SCNNIA, SCOf,
SCO2, SCYL1, SCYL2, SDCCAGS8, SDHA, SDHAF1, SDHD, SEC23B, SEC24D, SELENOI, SELENON, SEPSECS, SERAC],
SERPINF1, SERPINHI1, SET, SETBPI, SETDIA, SETD2, SETDS, SETX, SF3B4, SFTPB, SFTPC, SFXN4, SGCA, SGCE,
SGCG, SGPL1, SGSH, SH2DI1A, SH3PXD2B, SHANKI, SHANK2, SHH, SHOC2, SHOX, SHROOM4, SIK1, SILI, SIMT,
SIN3A, SIX1, SIX3, SIX5, SKI, SKIV2L, SLCI0A7, SLCI2A1, SLCI2A3, SLCI2A5, SLCI2A6, SLCI3AS5, SLCI6ATL, SLCI6A2,
SLCI7AS, SLC19A2, SLCI19A3, SLCIA2, SLC22AS5, SLC25A1, SLC25A12, SLC25A13, SLC25A15, SLC25A19, SLC25A20,
SLC25A22, SLC25A24, SLC25A26, SLC25A3, SLC25A38, SLC25A4, SLC25A42, SLC26A2, SLC26A3, SLC26A7, SLC27A4,
SLC2A1, SLC2A10, SLC2A2, SLC30A10, SLC33Al, SLC35A1, SLC35A2, SLC35A3, SLC35CI, SLC35D1, SLC39A13,
SLC39A8, SLC4AI1, SLC4AMN, SLC4A4, SLC52A2, SLC52A3, SLCOHAL, SLCS5AS5, SLC5A6, SLCS5A7, SLC6A1, SLC6AS,
SLC6AS, SLC6A8, SLC6A9, SLC7A7Z, SLCIYAI, SLCI9A6, SLX4, SMAD3, SMAD4, SMARCA2, SMARCA4, SMARCALI,
SMARCBI1, SMARCC2, SMARCD1, SMARCE!, SMCIA, SMC3, SMCHD1, SMNI1, SMO, SMOCI, SMPD1, SMPD4, SMS,
SNAP29, SNORDI118, SNRPB, SNX14, SON, SOS1, SOS2, SOXI10, SOX11, SOX17, SOX2, SOX3, SOX5, SOX6, SOX9, SP110,
SP7, SPAGI, SPART, SPAST, SPATAS, SPECCIL, SPEG, SPGII, SPR, SPREDI, SPTAN1, SPTBN2, SPTBN4, SPTLC2,
SQSTMI1, SRCAP, SRD5A3, SRP54, SRY, SSR4, ST14, ST3GAL3, ST3GALS, STAG!, STAG2, STAMBP, STAR, STAT2,
STATSB, STIL, STIM1, STRA6, STRADA, STS, STX11, STX1B, STXBP1, STXBP2, SUCLA2, SUCLGI, SUFU, SUMF1, SUOX,
SURFI1, SUZ12, SVBP, SYNI1, SYNEI, SYNGAP1, SYNJ1, SYP, SYT1, SZT2, TAB2, TAC3, TACR3, TAFI, TAF13, TAF2, TAF6,
TANGO2, TAOKI, TASP!1, TAT, TAZ, TBC1D20, TBC1D23, TBC1D24, TBCD, TBCE, TBCK, TBL1XRI1, TBR1, TBX1, TBXI15,
TBXI18, TBX20, TBX22, TBX3, TBX4, TBX5, TBXAS!, TCF12, TCF20, TCF4, TCIRGI, TCN2, TCOF!, TCTNI, TCTN2,
TCTNS3, TECPR2, TEK, TELO2, TERT, TFAP2A, TFAP2B, TGDS, TGFB1, TGFB2, TGFB3, TGFBRI1, TGFBR2, TGIF1, TGM1,
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TH, THAP1, THOC2, THOC6, THRA, TIMMSA, TINF2, TJP2, TK2 TKT, TLK2 TMCO1, TMEMI107, TMEMI126B,
TMEM138, TMEMI165, TMEMI199, TMEM?216, TMEM231, TMEM237, TMEMG67, TMEM70, TMEM94, TMPRSS6, TMTCS3,
TMX2, TNFRSF11A, TNFRSF11B, TNFRSFI3B, TNFSF11, TNNTI1, TOEl, TOP3A, TP53, TP63, TPI1, TPK1, TPM2, TPO, TPP1,
TRAPPCI1, TRAPPC2, TRAPPC4, TRAPPCY9, TREXI, TRIM2, TRIM32, TRIM37, TRIO, TRIPIl, TRIP12, TRIP13, TRIP4,
TRIT1, TRMTI, TRMTI10A, TRMU, TRNT1, TRPMI1, TRPM®6, TRPS1, TRPV3, TRPV4, TRPV6, TRRAP, TSCI, TSC2, TSENI5,
TSEN2, TSENS54, TSFM, TSHB, TSHR, TSPANZ, TSPYL1, TTC19, TTC21B, TTC26, TTC37 TTC7A, TTC8, TTN, TUBAIA,
TUBAS, TUBB, TUBB2A, TUBB2B, TUBB3, TUBB4A, TUBGI, TUBGCP2, TUBGCP6, TUFM, TUSC3, TWISTI, TWIST2,
TWNK, TXNL4A, TYMP, TYR, TYRP1, UBAT, UBA5, UBE2A, UBE2T, UBE3A, UBE3B, UBR1, UBTF, UCHLI, UFCI, UFM1,
UGDH, UGP2, UGTIAI, UMPS, UNCI3D, UNC80, UPB1, UPF3B, UQCC2, UQCRC2, UROCI, UROS, USB1, USHIC, USHIG,
USH2A, USP18, USP53, USP9X, UVSSA, VAMP1, VAMP2, VANGLI1, VARS2, VDR, VIPAS39, VLDLR, VPS13B, VPS33B,
VPS37A, VPS41, VPS45, VPS53, VRKI1, VSX2, WAC, WAS, WASFI, WASHCS5, WDFY3, WDPCP, WDR1, WDR19, WDR26,
WDR34, WDR35, WDR37, WDR45, WDR45B, WDR60, WDR62, WDR?73, WDR81, WHRN, WNKI1, WNTI, WNTI0A,
WNTIOB, WNT3, WNT4, WNTS5A, WNT7A, WRAPS53, WT1, WWOX, XIAP, XPA, XPC, XRCC2, XRCC4, XYLTI1, XYLT2,
YAP1, YARS2, YIFIB, YWHAG, YY1, ZAP70, ZBTBI18, ZBTB20, ZBTB24, ZC3H14, ZC4H2, ZDHHC9, ZEB2, ZFP57, ZFPM?2,
ZFYVE26, ZICl, ZIC2, ZIC3, ZMIZ1, ZMPSTE24, ZMYM®6, ZMYNDI10, ZMYNDI11, ZNF335, ZNF423, ZNF462, ZNF#1,
ZNHIT3

Estudios de un solo gen

46,XX inversion sexual tipo 1 SRY

46,XY inversion sexual tipo 8, modificador de AKR1C4

Deficiencia de aromatasa CYP19A1

Azoospermia inducida por microdeleciones del cromosoma Y AZF
Ausencia congénita bilateral de conductos deferentes CFTR
Criptorquidia RXFP2

Sordera e infertilidad masculina STRC

Sordera e infertilidad masculina, relacionadas con CATSPER2

Trastornos del desarrollo sexual con paladar hendido FOXF2 Se recomienda la prueba de un solo gen en
Deficiencia de hormona foliculoestimulante, aislada FSHB pacientes que tienen:

sindrome de gutmacher HOXAI3 e Caracteristicas clinicas distintivas
Sindrome mano-pie-itero HOXAI3  Antecedentes familiares de un trastorno
Mola hidatidiforme NLRP7 especifico.

Mola hidatiforme, recurrente, tipo 2 KHDC3L e Trastornos de un solo gen
Hipogonadismo hipogonadotropico KISSI « Posible trastorno epigenético
Hipogonadismo hipogonadotropico NSMF * Posibles trastornos de repeticién triple
Hipogonadismo hipogonadotropico tipo 6 FGF8 « Confirmacion de prueba familiar

Hipogonadismo hipogonadtropico tipo 14 WDRI11
Hipospadias tipo 1, ligada al cromosoma X Arkansas
Hipospadias tipo 2, ligada al cromosoma X MAMLD!1
Hipoplasia de células de Leydig tipo 1 LHCGR
Oligo-asteno-teratozoospermia NANOSI

Defecto de maduracion de ovocitos ZP1

disfuncion de la ovogénesis SOHLHI

Disgenesia ovarica tipo 1 FSHR

Disgenesia ovarica tipo 2 BMP15

Sindrome persistente del conducto de Miiller tipo 1 AMH
Sindrome persistente del conducto de Muller tipo 2 AMHR?2
Preeclampsia/eclampsia tipo 5 CORIN

Pérdida de embarazo, recurrente, relacionada con C4BPA
Pseudohermafroditismo con ginecomastia HSD17B3
SPGF4 SYCP3

SPGF5 AURKC

SPGF6 ESPATAI16

SPGF7 CATSPER1

SPGF8 NRSAI

SPGF9 DPY19L2

Anomalias testiculares con o sin cardiopatia congénita GATA4
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CentoBreast

CentoBreast detecta mutaciones en los genes BRCAl y BRCA2, que son las causas
hereditarias mas comunes del cancer de mama. Ademas, nuestro panel incluye otros
genes como ABRAXASI, ATM, BARDI, BRIP1, CDH1, CHEK2, DICER!, EPCAM, FANCC,
MEN1, MLH1, MREN, MSH2, MSH6, MUTYH, NBN, PALB2, PMSI, PMS2, PTEN, RADS50,
RADSIC, RADSID, RECQL, SMARCA4, STK11, TP53, XRCC2, que también se han asociado
con un mayor riesgo de cancer.

CentoCancer

Cada gen en CentoCancer ha sido cuidadosamente seleccionado en funcion de su
potencial de riesgo en el desarrollo de uno o mas de los siguientes canceres: mama,
ovario, colorrectal, gastrico, tiroides, endometrio, pancreas, melanoma, renal y prostata.
Este panel es apropiado para pacientes con antecedentes personales positivos de cancer

de aparicion temprana, cancer raro, cancer bilateral o canceres primarios multiples.

Incluye 70 genes: ABRAXASI, APC, ATM, AXIN2, BAPI, BARDI, BLM, BMPRIA, BRCAI, BRCA2, BRIPI, CDH1, CDK4,
CDKN2A, CHEK?2, DICERI, DIS3L2, EPCAM, FANCC, FH, FLCN, GALNTI2, HNFIB, HOXBI3, KIT, MCIR, MEN1, MET,
MITF, MLH1, MLH3, MRE!, MSH2, MSH3, MSH6, MUTYH, NBN, NF1, NTHLI, PALB2, PMSI, PMS2, POLDI, POLE,
POTI, PRSSI, PTCHI, PTEN, RAD50, RAD5IC, RAD5ID, RECQL, RET, RNF43, SDHA, SDHAF2, SDHB, SDHC, SDHD,
SMAD4, SMARCA4, STK1, TGFBR2, TP53, TSCI, TSC2, VHL, WT1, XRCC2, XRCC3

Panel Completo de Cancer

CentoCancer complete es nuestro panel de cancer mas extenso y cubre una gran
cantidad de genes asociados con el cancer. Cada gen de este panel ha sido
cuidadosamente seleccionado en funcion de su potencial de riesgo en el desarrollo de
uno o mas de los siguientes canceres: mama, ovario, colorrectal, gastrico, tiroides,

endometrio, pancreas, melanoma, renal y prostata, entre otros.

Incluye 110 genes: ABRAXASI, ACVRLI, AKTI, APC, ATM, AXIN2, BAP1, BARDI1, BLM, BMPRIA, BRCA1, BRCA2, BRIPI,
BUBIB, CASR, CDC?73, CDH1, CDK4, CDKNI1B, CDKNIC, CDKN2A, CEBPA, CHEK2, CTNNAI, DDX41, DICER1, DIS3L2,
EGFR, EPCAM, ETV6, EXT1, EXT2, FANCC, FH, FLCN, GALNTI2, GATA2, GPC3, GREM1, HNFIA, HNFIB, HOXB13,
HRAS, KIFIB, KIT, MAX, MCIR, MEN1, MET, MITF, MLH1, MLH3, MREN, MSH2, MSH3, MSH6, MUTYH, NBN, NFI,
NF2, NTHL1, PALB2, PDGFRA, PHOX2B, PIK3CA, PMS1, PMS2, POLDI, POLE, POTI, PRKARIA, PRSS1, PTCH1, PTCH?2,
PTEN, RAD50, RAD5IC, RAD51D, RBI, RECQL, REST, RET, RNF43, RPS20, RUNXI, SAMDIL, SDHA, SDHAF2, SDHB,
SDHC, SDHD, SMAD4, SMARCA2, SMARCA4, SMARCBI1, SMARCEI, STK11, SUFU, TERT, TGFBR2, TMEMI127, TP53,
TRIP13, TSCI, TSC2, VHL, WRN, WT1, XRCC2, XRCC3

CentoColon

CentoColon detecta genes que estan asociados con el cancer de colon, pancreas y
gastrico.

Incluye: APC, ATM, AXIN2, BLM, BMPRI1A, BRCAl, BRCA2, CDHI1, CDKN2A, CHEK2,
EPCAM, FLCN, GALNT12, MLH1, MLH3, MSH2, MSH3, MSH6, MUTYH, NBN, NTHLI1,
PALB2, PMS2, POLD1, POLE, PRSSI, PTEN, RNF43, SMAD4, STK1, TGFBR2, TP53, VHL.
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Estudios de un solo gen

Oncogen ABL ABLI1

Prolactinoma y adenomas pituitarios AIP
Oncogen AKTI1

Marcador endotelial tumoral ANTXRI
Gen supresor de tumores APC

Sindrome de predisposicion tumoral BAP1
Gen supresor de tumores BRCAI
Sindromes mieloproliferativos CALR
Protoncogen CBL

Neoplasia endocrina multiple CDKNI1B
Asociado a melanoma cutaneo CDKN2A
Asociado a cancer gastrico CTNNAT
Tumorogénesis en cabeza y cuello CYLD
Factor de crecimiento EGFR

Neoplasias hematologicas EZH2
Tumorogenesis pulmonar 1PO8
Carcinoma renal papilar hereditario MET
Sindrome de Lynch MLH1

Cancer endometrial MLH3

Sindrome de Lynch MSH2

Sindrome de Lynch MSH6

Supresor de tumores MSR1

Poliposis MUTYH

Neurofibromatosis NF1
Neurofibromatosis NF2

Sindrome tumoral NTHLI1

Oncogen PIK3CA

Céancer endometrial PPP2R1A
Carcinomas fibrolamelares PRKCA
Sindrome de carcinoma nevoide de células basales PTCH2
Céancer pancreatico PTEN

Sindromes de Noonan y LEOPARD PTPN1
Cancer intestinal RAD50

Céancer de mama y ovario RADS1C
Canceres epiteliales REST

Cancer prostatico hereditario RNASEL
Mielodisplasias SAMDIL

Se recomienda la prueba de un solo gen en
pacientes que tienen:

e Caracteristicas clinicas distintivas

¢ Antecedentes familiares de un trastorno

especifico.

e Trastornos de un solo gen

e Posible trastorno epigenético

e Posibles trastornos de repeticién triple
e Confirmacién de prueba familiar

TOME EN CUENTA QUE LOS GENES PUEDEN
ESTAR ALTERADOS EN OTRAS NEOPLASIAS, EN
LA LISTA SE DESCRIBE LA MAS COMUNMENTE
ASOCIADA

Paraganglioma-feocromocitoma tipo 2 hereditario SDHAF2
Carcinoma de células renales SDHB

Tumores neuroenddcrinos SDHC

Canceres hematoldgicos SF3B1

Metastasis de Cancer de mama SMARCE!
Supresor de tumores STAGI

Cancer pulmonar STKI11

Céancer pulmonar TAF15

Supresor de tumores TP53

Cancer gastrico ATP6VIA

Cancer de pulmon de células no pequefias CACNAIE
Factor de necrosis tumoral CD70

Cancer renal y cancer colorrectal CNPY3
Fenotipo maligno de cancer gastrico CPLXI1
Supresor de tumores DENNDSA

Cancer de pulmon ERBB4

Cancer ovarico PPM1D

Retinoblastoma RB1

Meduloblastoma SUFU

Cancer de células renales AP3B2

Asociado a riesgo de cancer de pulmén CHRNA3
Sarcoma de células claras de tejido blando EWSRI
Carcinoma de endometrio FGFR2

Cancer cervicouterino FYBI

Cancer de colon familiar GABRA2

Linfoma difuso de células B grandes GNB1

Cancer pancreatico GOT2

Cancer colorrectal RAPIGDSI1

Pronostico en cancer de mama SASH1
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CentolEM

Los errores congénitos del metabolismo tienen un gran impacto en las enfermedades
humanas. CentolEM incluye una gran variedad de trastornos diferentes e incluye genes
responsables de diversos fenotipos, incluido el metabolismo intermediario, como
aminoacidopatias, acidurias organicas, trastornos del ciclo de la urea, intolerancia al
azucar, trastornos mentales y porfirias, entre otros. También se incluyen los procesos
energéticos citoplasmaticos y mitocondriales y el metabolismo que afectan a los
organulos celulares, como la sintesis lisosomal, peroxisomal, de glicosilacion y de

colesterol.

Incluye 744 genes: AARS2, ABCAI, ABCB4, ABCC2, ABCC8, ABCDI, ABCD4, ABCG5, ABCG8, ACADS8, ACAD9,
ACADM, ACADS, ACADSB, ACADVL, ACATI, ACOXI, ACSF3, ACY1, ADA, ADAMTS10, ADAMTSL2, ADAR, ADGRGI,
ADK, ADSL, AFG3L2, AGA, AGL, AGPAT2, AGPS, AGXT, AHCY, AIFM1, AIMP1, AIMP2, AKT2, AKT3, ALAD, ALAS2,
ALDHI18AI, ALDH3A2, ALDH4A1, ALDH5A1, ALDHZAI, ALDOA, ALDOB, ALGI, ALGl, ALGI2, ALGI3, ALG2, ALGS3,
ALGS6, ALG8, ALGO, ALPL, ALS2, AMN, AMPD2, AMT, ANKI, ANTXR2, AP3BI, AP4B1, AP4El, AP4MI1, AP4S1, AP5Z1,
APOA2, APOAS5, APOB, APOC2, APOE, APP, APPLI, APTX, AQP2, ARGI, ARL6IP1, ARSA, ARSB, ASAHI, ASL, ASPA,
ASS1, ATM, ATPI3A2, ATP6VOA2, ATP7A, ATP7B, ATPAF2, ATRX, AUH, AVP, AVPR2, B3GALNT2, B4GALNTI,
B4GALT!, BCAP31, BCKDHA, BCKDHB, BCSIL, BESTI, BICD2, BLK, BMP6, BOLA3, BRATI, BSCL2, BTD, Cl9orfi2,
CAS5A, CACNAID, CAPNI1, CASP10, CASP8, CAVI, CAVINI, CBLIF, CBS, CCT5, CD320, CEL, CERSI, CETP, CISD2,
CLCN2, CLN3, CLN5, CLN6, CLN8, CLPB, CLPP, COA7, COA8, COASY, COGI, COG4, COG5, COG6, COG7, COGS,
COLI1A2, COL2A1, COL4A1, COL4A2, COLGALTI, COQ2, COQ8A, COQY, COXI10, COX15, COX20, COX6B1, CP, CPOX,
CPS1, CPTIA, CPTIC, CPT2, CSFIR, CTCI, CTH, CTLA4, CTNS, CTSA, CTSC, CTSD, CTSF, CTSK, CUBN, CYPIIBI,
CYPI7A1, CYP19A1, CYP27A1, CYP2UI, CYP7B!, D2HGDH, DAGI, DARSI, DARS2, DBT, DCAFI7, DDC, DDHDI, DDHD?2,
DDOST, DGUOK, DHCR?, DHDDS, DIABLO, DKCI, DLAT, DLD, DLL3, DNAJC5, DNMIL, DOLK, DPM1, DPM2, DPM3,
DPYD, DSTYK, DYM, EARS2, ECHSI, EIF2AK3, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EIF2S3, ENO3, ENPP1, ENTPDI,
EPB42, EPHX2, EPM2A, EPRSI, ERCC6, ERCCS8, ERLINI, ERLIN2, ETFA, ETFB, ETFDH, ETHE!I, EXOSC3, F2, F5, FA2H,
FADD, FAH, FAMI26A, FARS2, FARSB, FAS, FASLG, FASTKD2, FBNI1, FBPI, FBXL4, FDX2, FECH, FGF23, FH, FHLI,
FLADI, FOLR1, FOXA2, FOXP3, FOXREDI, FTL, FUCAI, G6PCl, G6PD, GAA, GABRB2, GALC, GALE, GALKI, GALNS,
GALT, GAMT, GAN, GATA4, GATA6, GATM, GBA, GBA2, GBEI, GCDH, GCK, GCSH, GFAP, GFER, GFMI, GFM?2,
GFPT1, GHR, GJAI, GJBI, GJC2, GK, GLA, GLBI, GLDC, GLIS3, GLRX5, GLUDI, GLUL, GM2A, GMPPA, GNE, GNMT,
GNPAT, GNPTAB, GNPTG, GNS, GOSR2, GPC3, GRN, GTPBP2, GTPBP3, GUSB, GYGI, GYSI, GYS2, HACE!, HADH,
HADHA, HADHB, HAMP, HCFC1, HEPACAM, HEXA, HEXB, HFE, HGD, HGSNAT, HIBCH, HIKESHI, HJV, HK1, HLCS,
HMBS, HMGCL, HMGCS2, HNFIA, HNFIB, HNF4A, HPD, HPRTI, HRAS, HSD17B10, HSD17B4, HSD3B2, HSPD1, HTRAI,
HYALI, IARS2, IBA57, IDS, IDUA, IER3IPI, IFIH1, IL2RA, INS, INSR, ISCA2, ITIH4, ITK, IVD, JAGI, JAM3, KCNCI,
KCNJ10, KCNJ11, KCNTI, KCTD7, KDM®6A, KHK, KIDINS220, KIFIA, KIFIC, KIF5A, KLF1l, KMT2D, KRAS, LICAM,
L2HGDH, LAMA2, LAMBI, LAMP2, LARGE!, LAT, LCAT, LDB3, LDHA, LDLR, LDLRAPI, LIAS, LIPA, LIPC, LIPE, LIPI,
LIPT!, LIPT2, LMBRDI, LMNA, LMNBI, LPIN1, LPL, LRBA, LRPPRC, LYRMZ7, LYST, MAG, MAGTI, MANI1B1, MAN2B,
MANBA, MARSI, MARS2, MCCCI, MCCC2, MCEE, MCOLNI, MECR, MFSD8, MGAT2, MGME!, MLCI, MLPH,
MLYCD, MMAA, MMAB, MMACHC, MMADHC, MMUT, MOCSI, MOCS2, MOGS, MPDUI, MPI, MPV17, MRPL44,
MRPS22, MT-ATP6, MT-ATP8, MT-COl, MT-CO2, MT-CO3, MT-CYB, MT-NDI, MT-ND2, MT-ND3, MT-ND4, MT-
ND4L, MT-ND5, MT-ND6, MT-RNR1, MT-RNR2, MT-TA, MT-TC, MT-TD, MT-TE, MT-TF, MT-TG, MT-TH, MT-TI,
MT-TK, MT-TL1, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR, MT-TS1, MT-TS2, MT-TT, MT-TV, MT-TW, MT-
TY, MTFMT, MTHFR, MTPAP, MTR, MTRFR, MTRR, MYO5A, MYOT, NAGA, NAGLU, NAGS, NARS2, NAXD, NAXE,
NBAS, NDUFAI, NDUFA10, NDUFAIll, NDUFAI2, NDUFA2, NDUFA9, NDUFAFI, NDUFAF2, NDUFAF4, NDUFAFS5,
NDUFAF6, NDUFSI, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFVI, NDUFV2, NEUI, NEURODI,
NEUROG3, NFE2L2, NFUI, NGLY1, NHLRCI, NIPAl, NKX2-2, NKX6-2, NOTCH3, NPCI, NPC2, NPR2, NRAS, NT5C2,
NUBPL, OAT, OCLN, OCRL, OPA3, OSGEP, OTC, OXCTI!, PAH, PANK2, PAX4, PC, PCCA, PCCB, PCKI1, PCSK9, PCYT2,
PDHAI, PDHB, PDHX, PDPI1, PDSSI, PDSS2, PDXI!, PEPD, PET100, PEXI, PEX10, PEXIIB, PEX12, PEXI3, PEXI14, PEXI6,
PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PEX? PFKM, PGAM2, PGAPI, PGKI, PGMI, PHKAI, PHKA2, PHKB, PHKG2,
PHYH, PIK3R1, PKLR, PLA2G6, PLAA, PLCG2, PLIN1, PLP1, PLPBP, PMM2, PMPCB, PNPLAG, PNPO, PNPTI, POLG,
POLRIC, POLR3A, POLR3B, POR, PPARG, PPOX, PPPIR17, PPTI, PRF1, PRICKLEl, PRKAG2, PRKCD, PRODH, PSAP,
PSEN1, PTFIA, PTS, PYCR2, PYGL, PYGM, QDPR, RABIIB, RAB27A, RAB3GAP2, RAIll, RARS!, RARS2, RBCK],
REEP1,REEP2, RFT1, RFX6, RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, RNF216, RPIA, RRM2B, RTN2, SACS,
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SAMHD!1, SCARB2, SCO1, SCO2, SDHA, SDHAF!1, SDHB, SDHD, SERACI, SERPINIT, SGSH, SI, SLCI3A3, SLCI6AT,
SLCI6A2, SLCI7AS5, SLCI19A2, SLCI9A3, SLCIA4, SLC22A5, SLC25A1, SLC25A12, SLC25A13, SLC25A15, SLC25A20,
SLC25A4, SLC25A46, SLC2AI1, SLC2A2, SLC33Al, SLC35A1, SLC35A2, SLC35C1, SLC3A1, SLC40A1, SLC4Al, SLC6AI19,
SLC6A8, SLC6A9, SLC7A7, SLC7A9, SLCOI1B1, SLCO1B3, SMPD1, SNTA1, SOX10, SPART, SPAST, SPGI1I, SPG21, SPG7?,
SPTA1, SPTB, SRD5A3, SSR4, STATI1, STAT3, STT3A, STT3B, STX11, STXBP2, SUCLA2, SUCLGI, SUGCT, SUMF1, SUOX,
SURF1, SYNEI, TACO1, TAFAZZIN, TAT, TBCID24, TCF4, TCN2, TECPR2, TFG, TFR2, TGFBI1, TINF2, TK2, TMEM106B,
TMEMI165, TMEM70, TPK1, TPP1, TREM2, TREXI, TRMTI0A, TRPV4, TSFM, TTCI19, TUBB4A, TUFM, TUSC3, TWNK,
TYMP, TYROBP, UBAP1, UCHLI, UCP2, UFMI1, UGTIAlL, UMPS, UNCI3D, UNC80, UQCRQ, UROD, UROS, USHIC,
VAMP1, VCP, VPSI1, VPS37A, WARS2, WASHCS, WDR45, WDR45B, WFS1, ZFP57, ZFYVE26, ZFYVE27

CentoUC]

Panel completo de NGS que incluye genes seleccionados explicitamente para las pruebas
genéticas de recién nacidos en estado critico y ninos menores de 24 meses en unidades
de cuidados intensivos (UCI). Esta disenado para abordar multiples condiciones genéticas
que pueden estar presentes en el periodo del recién nacido o en la primera infancia, y
muchas tienen fenotipos superpuestos e implicaciones inmediatas para el inicio del

tratamiento.

Incluye 855 genes: AARSI, AARS2, AASS, ABAT, ABCAI12, ABCA3, ABCBIl, ABCC8, ABCDI, ABCD3, ABCD4, ACADS,
ACAD9, ACADM, ACADS, ACADSB, ACADVL, ACATI, ACO2, ACOXI, ACSF3, ACTAI, ACYl, ADA, ADAMTSI3,
ADAMTSL2, ADAR, ADK, ADNP, ADSL, AGA, AGK, AGL, AGPAT2, AGPS, AGRN, AGXT, AHCY, AICDA, AIFMI,
AIMP1, AKAP9, AKRIDI, AKT2, ALAD, ALAS2, ALDH18A1, ALDH3A2, ALDH4A1, ALDH5AI, ALDH6AI, ALDH7A1, ALDOA,
ALDOB, ALGI, ALGl, ALGI2, ALGI3, ALGI4, ALG2, ALG3, ALG6, ALG8, ALGY, ALOXI2B, ALOXE3, ALPL, ALS2,
AMACR, AMN, AMPDI, AMT, ANKI, ANKRD26, ANKS6, ANTXRI, ANTXR2, AP2SI, AP4Bl, AP4El, AP4AMI1, AP4SI,
APOB, APTX, ARGI, ARL6, ARSA, ARSB, ARX, ASAHI!, ASL, ASNS, ASPA, ASPM, ASSI, ATIC, ATPIA3, ATP6VOA2,
ATP6VIBI, ATP7A, ATP7B, ATP8BI, ATPAF2, ATR, ATRX, AUH, B3GLCT, B4GALTI!, BCAP3l, BCKDHA, BCKDHB,
BCKDK, BCSIL, BICD2 BINI, BLNK, BOLA3, BRAF, BRATI, BRCA2, BSCL2 BSND, BTD, BTK, CAI2, CACNAIC,
CACNB2, CALMI, CAMTAI, CASK, CASR, CAST, CAVI1, CAV3, CAVINI, CBS, CCDCI103, CCDC78, CD19, CD247, CD320,
CD3D, CD3E, CD3G, CD40, CD40LG, CD59, CD79A, CD79B, CD81, CD96, CDANI, CDCA8, CDK5RAP2, CDKLS5,
CDKNIC, CENPJ, CEP152, CEP290, CERS3, CFAP298, CFH, CFHR3, CFL2, CFTR, CHAT, CHD?, CHKB, CHM, CHRNA!,
CHRNBI, CHRND, CHRNE, CLCN1, CLCNKA, CLCNKB, CLDN16, CLN3, CLN5, CLN6, CLN8, CLPB, CNTNI, COA5,
COGI, COG6, COG?, COLMAI, COLI7AI, COLIAI, COLIA2, COL2AI, COL3AI, COL5A2, COL6Al, COL6A2, COL6A3,
COL7A1, COLQ, COMP, COQ2, COQ8A, COQ9, COROIA, COX10, COX15, COX20, COX6BI, CPS1, CPTIA, CPT2, CR2,
CRPPA, CRTAP, CTNS, CTPSI, CTSA, CTSD, CUL4B, CXCR4, CYP11BI, CYP11B2, CYPIZAl, CYP4F22, CYP7B1, D2HGDH,
DBT, DCLREIC, DDC, DDOST, DDR2, DEPDC5, DES, DGUOK, DHCR24, DHCR?, DIAPHI, DLAT, DLD, DMD, DNAZ2,
DNAHI11, DNAHS5, DNAIT, DNAI2, DNAJCI19, DNM?2, DOCK?7, DOCK8, DOK?, DOLK, DPAGTI, DPM2, DPYD, DRCI, DSP,
DST, DUOX2, DUOXA?2, DYSF, EDN3, EEFIA2, EGR2, EIF2AK3, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, ELAC2, ELANE,
ENPP1, EPB42, EPCAM, ETFA, ETFB, ETFDH, ETHE!, EVC, EVC2, EXOSC3, EYAI, EYA4, F10, F11, FI3Al, F2, F5, F7 F8, F9,
FADD, FAH, FANCA, FANCB, FANCC, FANCD2, FANCL, FARS2, FASTKD2, FBNI, FBPI, FBXL4, FGA, FGB, FGFR2,
FGFR3, FGG, FH, FIG4, FKBP14, FKRP, FKTN, FOXCI, FOXEI, FOXGI, FOXP3, FOXREDI, FRASI, FUCAI, G6PD, GAA,
GALC, GALE, GALKI, GALNS, GALT, GAMT, GAN, GARSI, GATAI, GATM, GBA, GBEl, GCDH, GCH1, GCK, GCSH,
GDAPI, GFAP, GFM1, GFPTI, GJAI, GJB2, GJB4, GK, GLA, GLBI, GLDC, GLIS3, GLRAI, GLRB, GLUDI, GLYCTK,
GMPPB, GNAS, GNE, GNMT, GNPAT, GNPTAB, GPIBA, GPIBB, GP9, GPC3, GPHN, GPSM2, GSS, GUSB, GYS?2,
HADH, HADHA, HADHB, HAMP, HAX1, HBA1, HBA2, HBB, HCFCI, HESX!, HEXA, HEXB, HGD, HGF, HIBCH, HLCS,
HMGCL, HMGCS2, HNFIA, HNFIB, HNF4A, HPD, HPGD, HRAS, HSDI17B10, HSD17B4, HSD3B2, HSD3B7, HSPA9,
HSPDI, HSPG2, 1COS, IDUA, IER3IPI, IFIH1, IFT172, IGF1, IGFIR, IGHMBP2, IGLLI, IGSF1, IKBKB, ILI2RBI, IL2RA,
IL2RG, IL7R, INS, INSR, INVS, IRF8, IRS4, ITGA2B, ITGA6, ITGAZ ITGB3, ITGB4, IVD, 1YD, JAGI, JAGNI, JAK3,
JAM3, KAT6A, KAT6B, KBTBDI3, KCNEI, KCNH1, KCNH2, KCNJ10, KCNJ11, KCNQI, KCNQ2, KCNQ3, KCNT1, KCTD7,
KIFIB, KLF1, KLHL40, KLHL41, KLHL7, KRAS, KRT5, LAMA2, LAMA3, LAMB3, LAMC2, LAMP2, LAMTOR?2, LARS?2,
LASIL, LCT, LHX3, LHX4, LIAS, LIG4, LIPA, LIPN, LIPT1, LMBRDI, LMNA, LPIN1, LRBA, LRPPRC, LRRC8A, MAGEL2,
MAGTI, MALTI, MAN2BI, MANBA, MAP2K1, MAP2K2, MATIA, MCCCIl, MCCC2, MCEE, MCM4, MCPH1, MECP?2,
MEDI2, MEF2C, MEGF10, MFN2, MFSD8, MITF, MKKS, MLCI, MLYCD, MMAA, MMAB, MMACHC, , MMADHC,
MMUT, MOCSI1, MOCS2, MPC1, MPI, MPL, MPV1Z, MPZ, MRPL3, MRPL44, MSMO1, MTHFR, MTM1, MTMR14, MTO!,
MTR, MTRFR, MTRR, MUSK, MVK, MYCN, MYH9, NAA10, NAGA, NAGS, NALCN, NARS2, NBAS, NDUFAI
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NDUFA10, NDUFAIT, NDUFA2, NDUFA9, NDUFAF!, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6, NDUFB3,
NDUFB9, NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFV1, NDUFV2, NEB, NEU1, NEUROG3, NEXN,
NFKB2, NFUI, NGF, NGLY1, NHEJ1, NIPAL4, NIPBL, NKX2-1, NKX2-5, NLRC4, NLRP3, NOTCH2, NPC1, NPC2, NPHP1,
NPHP3, NROB1, NR3C2, NRAS, NSD1, NSDHL, NUBPL, OAT, OCLN, OCRL, ODADI1, OPA3, OPHNTI, ORCI1, ORC4, OTC,
OTX2, OXCTI1, PAFAHIB1, PAH, PAX2, PAX3, PAX6, PAX8, PC, PCBD1, PCCA, PCCB, PCDHI19, PCNT, PDCDI10, PDEI0A,
PDHAI1, PDHB, PDHX, PDP1, PDSS2, PDXI1, PEPD, PEXI, PEX10, PEX12, PEXI13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3,
PEXS5, PEX6, PEX7, PGAPI, PGMI1, PHGDH, PHKG2, PHOX2B, PIGA, PIGN, PIGT, PIGV, PIK3CD, PKD2, PKHD1, PKLR,
PLCB4, PLEC, PLODI, PLP1, PMM2, PMP22, PNKP, PNP, PNPLAI, PNPO, PNPTI, POGZ, POLG, POLG2, POMGNTI,
POMGNT2, POMK, POMTI, POMT2, POUIFI, PPTI, PRDM16, PRKAG2, PRKARIA, PROC, PRODH, PROPI, PROSI,
PRPS1, PRRT2, PSAP, PSATI, PSPH, PTPNI1, PTPRC, PTRH2, PTS, PURA, QDPR, RAB18, RAB3GAP1, RAB3GAP2, RAC2,
RAF1, RAGI, RAG2, RANBP2, RAPSN, RARS2, RB1, RBBP8, RBMS8A, RET, RFT1, RFX5, RFX6, RIT1, RMNDI, RNASEH2C,
RNASET?2, RORC, RPS19, RRM2B, RXYLTI, RYRI, SALLI, SATB2, SBDS, SCNIA, SCN2A, SCN4A, SCNS5A, SCNIA, SCO|,
SCO2, SDHA, SDHAF1, SECISBP2, SELENON, SERACI, SERPINCI, SERPINGI, SFTPB, SFTPC, SHOC2, SIL1, SIX3, SIX5,
SKI, SLCI2A6, SLCI6A1, SLCI6A2, SLCI7AS, SLCI9A2, SLCI9A3, SLC22A5, SLC25A1, SLC25A12, SLC25A13, SLC25A15,
SLC25A19, SLC25A20, SLC25A22, SLC25A3, SLC26A2, SLC26A3, SLC26A4, SLC2A1, SLC30A2, SLC33Al, SLC3A1,
SLC4A1, SLC52A1, SLC52A3, SLCS5A1, SLCS5A5, SLCO6AIL, SLC6A3, SLCO6AS5, SLC7A7, SLC7A9, SLCOI1B1, SLCOI1B3,
SMPDI1, SNAI2, SNXI10, SOS1, SOX10, SOX2, SOX9, SPAST, SPEG, SPINK5, SPINT2, SPR, SPREDI, SPTA1, SPTANI,
SPTB, SRD5A3, ST3GAL3, ST3GALS, STAR, STATI, STAT3, STIL, STIMI, STING!, STS, STT3B, STXBP1, SUCLA2,
SUCLGI, SUMF1, SUOX, SYNE!, TACO1, TAFAZZIN, TAT, TBC1D24, TBCE, TBLIX, TBX19, TBX5, TCAP, TCN2, TFR2,
TG, TGMI, TH, THRA, THRB, TJP2, TMCO1, TMEMI165, TMEM70, TNFRSFI3B, TNFRSFI3C, TNFSF4, TNNT1, TP63,
TPM2, TPM3, TPO, TPP1, TRH, TRHR, TRIP1l, TRMU, TRPV4, TSC1, TSC2, TSFM, TSHB, TSHR, TSPYL1, TTC7A, TTN,
TUBAS, TUBBI, TUBB2A, TWNK, UBAI, UBR1, UGTIAI, UMPS, UNG, UPBI, UQCRC2, UROD, UROS, WAS, WDPCP,
WDR62, WDR73, WFS1, WNKI1, WTI, ZAP70, ZEB2, ZFP57, ZNF423

CentoMito

Incluye 37 genes mitocondriales: MT-NDI, MT-ND2, MT-CO1, MT-CO2, MT-ATP8, MT-
ATP6, MT-CO3, MT-ND3, MT-ND4L, MT-ND4, MT-ND5, MT-ND6, MT-CYB, MT-TF,
MT-RNR1, MT-TV, MT-RNR2, MT-TL1, MT-TI, MT-TQ, MT-TM, MT-TW, MT-TA, MT-
TN, MT-TC, MT-TY, MT-TS1, MT-TD, MT-TK, MT-TG, MT-TR, MT-TH, MT-TS2, MT-
TL2, MT-TE, MT-TT, MT-TP

CentoMito integral

Cubre todo el genoma mitocondrial con deteccion de heteroplasmia hasta en un 5 %
junto con genes nucleares relacionados con enfermedades mitocondriales. Las
enfermedades mitocondriales son condiciones genéticas que ocurren cuando las
mitocondrias no pueden producir suficiente energia para la célula. Las mutaciones
genéticas relacionadas con las mitocondrias provocan sintomas principalmente en los
organos, donde el consumo energético es elevado. Estos 6rganos incluyen el ojo, el
rinon, el pancreas, la sangre, el oido interno, el colon, el masculo esquelético, el corazon

y el cerebro.

Incluye 450 genes: AARS2, AASS, ABAT, ABCB6, ABCB7, ABCDI, ABCD3, ACACA, ACADS, ACAD9, ACADM, ACADS,
ACADSB, ACADVL, ACATI, ACO2, ACOXI, ACSF3, ACSL4, ADAR, AFG3L2, AGK, AGXT, AIFMI, AK2, ALAS2,
ALDH18Al, ALDH2, ALDH3A2, ALDH4Al, ALDH5AI, ALDH6AI, ALDH7AI, AMACR, AMPDI, AMT, APTX, ATIC,
ATP5FIA, ATPSFIE, ATP7B, ATPAF2, AUH, BAG3, BCKDHA, BCKDHB, BCKDK, BCSIL, BOLA3, BTD, Cl19orfi2, CIQBP,
CA5A, CARS2, CAT, CAVINI, CEL, CHAT, CHCHDI0, CISD2, CLPB, CLPP, COA5 COA6, COA?7, COA8, COASY,
COMT, COQ2, COQ4, COQ6, COQ?, COQBA, COQ8B, COQY, COXI0, COXI4, COXI5 COX20, COX412, COXBAI,
COX6BI1, COX7B, CPOX, CPS1, CPTIA, CPTIC, CPT2, CRBN, CYB5A, CYB5R3, CYCI, CYCS, CYPIAIL, CYPI1BI, CYPIIB2,
CYP24Al1, CYP27A1, CYP27B1, D2HGDH, DARS2, DBT, DGUOK, DHCR24, DHODH, DHTKDI, DIABLO, DLAT, DLD,
DMGDH, DNA2, DNAJCI9, DNMIL, EARS2, ECHSI, ELAC2, EPHX2, ETFA, ETFB, ETFDH, ETHE!, FAH, FARS?,
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Desordenes
metabolicos

FASTKD2, FBXL4, FDX2, FECH, FH, FKBP10, FLADI, FOXRED1, FXN, GAMT, GARSI, GATM, GCDH, GCSH, GDAP],
GFER, GFM1, GFM2, GK, GLDC, GLRXS5, GLUD!1, GLYCTK, GPI, GPT2, GPX!, GRHPR, GSR, GTPBP3, HADH, HADHA,
HADHB, HAMP, HARS2, HAX1, HCCS, HIBCH, HINTI!, HKI, HLCS, HMBS, HMGCL, HMGCS2, HOGA1, HSDI17BI0,
HSD17B4, HSD3B2, HSPA9, HSPDI1, HTRA2, IARS2, IBA5S7, IDH2, IDH3B, IFIH1, ISCA1, ISCA2, ISCU, IVD, KARS],
KRTS5, KRTS8, L2HGDH, LAMP2, LARS2, LIAS, LIPT1, LIPT2, LMBRDI1, LONP!, LRPPRC, LYRM?7 MAOA, MARS2,
MCCCI, MCCC2, MCEE, MECR, MFF, MFN2, MGMEIl, MICUI, MIPEP, MLYCD, MMAA, MMAB, MMACHC,
MMADHC, MMUT, MOCS1, MPC1, MPV17, MRPL3, MRPL44, MRPS16, MRPS2, MRPS22, MRPS34, MSRB3, MSTO1,
MT-ATP6, MT-ATP8, MT-CO1, MT-CO2, MT-CO3, MT-CYB, MT-ND1, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-
ND5, MT-ND6, MT-RNR1, MT-RNR2, MT-TA, MT-TC, MT-TD, MT-TE, MT-TF, MT-TG, MT-TH, MT-TI, MT-TK, MT-
TL1, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR, MT-TS1, MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY, MTFMT,
MTHFDI1, MTO1, MTPAP, MTRR, NADK2, NAGS, NARS2, NAXE, NBAS, NDUFA1, NDUFA10, NDUFAITl, NDUFA12,
NDUFA2, NDUFA6, NDUFA9, NDUFAF1, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6, NDUFBI11, NDUFB3,
NDUFB8, NDUFB9, NDUFS!, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7 NDUFS8, NDUFV1, NDUFV2, NFUI,
NGLY1, NNT, NR2F1, NTHL1, NUBPL, NUP62, OAT, OGDH, OPA1, OPA3, OTC, OXCTI, P4AHB, PAM16, PANK2, PARK?,
PARS2, PC, PCCA, PCCB, PCK2, PDHAIl PDHB, PDHX, PDK3, PDP1, PDSS1, PDSS2, PDXI, PET100, PEX1B, PHYH,
PINKI, PKLR, PMPCA, PMPCB, PNKD, PNPLA8, PNPO, PNPTI, POLG, POLG2, POP1, PPOX, PRODH, PSAP, PTRH2,
PTS, PUS1, PYCRI, PYCR2, QDPR, RARS1, RARS2, RDHI, RMNDI1, RNASEH!, RNASEH2A, RNASEH2B, RNASEH2C,
RPIA, RPL35A, RPS14, RRM2B, SACS, SARS2, SBDS, SCNIA, SCO1, SCO2, SDHA, SDHAF1, SDHAF2, SDHD, SECISBP2,
SERACI, SFXN4, SLCI6Al, SLC19A2, SLCI9A3, SLC22A5, SLC25A1, SLC25A12, SLC25A13, SLC25A15, SLC25AI19,
SLC25A20, SLC25A22, SLC25A26, SLC25A3, SLC25A38, SLC25A4, SLC25A42, SLC25A46, SLC39A8, SLC52A2, SLCHAS,
SLCIY9A6, SNAP29, SOD1, SOD2, SPAST, SPG?, SPR, SPTLC2, STAR, STAT2, STXBP1, SUCLA2, SUCLGI, SUGCT, SUOX,
SURF1, TACOI1, TAFAZZIN, TANGO?2, TCIRG!I, TFR2, TIMMS50, TIMMS8A, TIMMDCI, TK2, TMEMI26A, TMEMI126B,
TMEM70, TMLHE, TOP3A, TP, TPK1, TREXI, TRITI, TRMTI0C, TRMTS5, TRMU, TRNTI, TSFM, TTCI19, TUBB3, TUFM,
TWNK, TYMP, UNG, UQCC2, UQCRB, UQCRC2, UQCRQ, VARS2, WARS2, WDR45, WDR81, WFS1, XPNPEP3, YARS2

Panel Diabetes y Obesidad

Recomendado para pacientes con anomalias en el metabolismo de la glucosa, como
hipoglucemia hiperinsulinémica, diabetes neonatal, MODY, diabetes en adultos e
hipercolesterolemia familiar, asi como para pacientes que presentan resistencia a la
insulina, desde el espectro leve hasta el severo (sindrome de Donohue ), y para pacientes
con hiperinsulinismo familiar. Los trastornos causados por errores de impresion o disomia
uniparental, como la diabetes mellitus neonatal transitoria relacionada con 6g24 y el

sindrome de Beckwith Wiedemann, no se detectan con este panel.

Incluye 265 genes: ABCAI, ABCC8, ABCG5, ABCG8, ACATI, ACSF3, ADCY3, AFF4, AGL, AGRP, AIP, AIRE, AKT?2,
ALDOA, ALDOB, ALGI, ALGlI, ALGI2, ALG3, ALG6, ALG8, ALGY, ALMSI, ANGPTL3, APOAI, APOA5, APOB, APOC2,
APOC3, APOE, APPLI, AQP2, ARLI3B, ARL6, ARMCS5, ATP6VOA2, AVP, AVPR2, BAGALTI, BBSI, BBSI0, BBS12, BBS2,
BBS4, BBS5, BBS7, BBS9, BDNF, BLK, CANTI, CC2D2A, CCDC28B, CEL, CEP164, CEP19, CEP290, CETP, CFAP48,
CHD2, CISD2, CNOTI, COGI, COG4, COG5, COG6, COG?, COG8, CP, CPE, CREBBP, CUL4B, CYP27Al, DCAFI7,
DNAJC3, DOLK, DPM1, DPM2, DPM3, DYRKIB, EHMTI, EIF2AK3, EIF2B1, EIF2S3, ENO3, ENPPI, EPM2A, FBP1, FOXP3,
GAA, GATAG, GBEI, GCK, GCKR, GH1, GHR, GHRHR, GHRL, GLI3, GLIS3, GLUDI, GMPPA, GNAS, GNE, GPC3, GPDI,
GPIHBPI, GYSI, GYS2, H6PD, HADH, HEXA, HMGCL, HMGCS?2, HNFIA, HNFIB, HNF4A, HSDIIBI, IER3IPI, IFTI72,
IFT27, IGFIR, INPP5E, INS, INSR, ITCH, KCNJII, KIDINS220, KIF7, KLFil, KMT2C, KSR2, LAMP2, LARGE!, LASIL,
LDHA, LDLR, LDLRAPI, LEP, LEPR, LIPA, LIPC, LIPE, LMFI, LMNA, LPL, LZTFLI, MAGEL2, MANIBI, MC3R, MC4R,
MCHR1, MEGF8, MGAT2, MKKS, MKRN3, MKSI, MOGS, MPDUI, MPI, MPVI7, MRAP2, MTNRIB, MTTP, MYO5A,
MYOZ?A, MYTIL, NDN, NEURODI, NEUROG3, NGLY1, NHLRCI, NKX2-2, NPHP1, NPHP3, NROB2, NSD1, NTRK2, OFD!,
OXCTI, PAX4, PAX6, PC, PCBDI, PCKI, PCNT, PCSKI, PCSK9, PDEIIA, PDE4D, PDXI, PFKM, PGAM2, PGKI, PGMI,
PHF6, PHIP, PHKAI, PHKA2, PHKB, PHKG2, PIK3RI, PMM2, PNPLA6, POLDI, POMC, PPARG, PPPIRI5B, PRKAG2,
PRKARIA, PRMT?7, PROMI, PRPH2, PTEN, PTFIA, PYGL, PYGM, RAB23, RAI1, RBCK1, RDH5, RFT1, RFX6, RHO, RLBPI,
RPGRIPIL, RPS6KA3, SDCCAGS, SETD2, SH2BI, SIM1, SLCI6Al, SLCI9A2, SLC29A3, SLC2A2, SLC35Al, SLC35A2,
SLC35C1, SNRPN, SPGIl, SRD5A3, SSR4, STATI, STAT3, TBX3, THOC2, THRA, TMEMI65 TMEMG67, TRAF3IPI,
TRAPPCY, TRIM32, TRMTIOA, TTC2IB, TTC8, TUSC3, UCP2, UCP3, VPSI3B, WFSI, XRCC4, XYLTI, ZBTB20, ZFP57,
ZMPSTE24, ZNF711
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Oftalmologia

CentoVision

Diseflado para encontrar la base genética de las enfermedades oculares, incluidas
aquellas que son las principales causas de ceguera entre los bebés (amaurosis congénita
de Leber), los nifos (retinosis pigmentaria de aparicion temprana) y los adultos (distrofia
de patron). Nuestro panel incluye las enfermedades oftalmolégicas mas comunes, como
el glaucoma congénito, la retinosis pigmentaria, la enfermedad de Stargardt, el sindrome
de Stickler, la acromatopsia y el sindrome de Usher, entre otras. También detecta
diferentes tipos de albinismo (oculocutaneo y ocular), asi como el sindrome de Hermasky-

Pudlak.

Incluye 446 genes: ABCA4, ABCB6, ABHDI12, ACO2, ACVRI, ADAMY9, ADAMTSI18, ADAMTSL4, ADGRV1, AFG3L2,
AGBLS, AGK, AHI1, AIPL1, ALDHI18A1, ALDHIA3, AP3B1, APTX, ARHGEF18, ARL13B, ARL2BP, ARL6, ARSG, ASB10,
ATF6, ATOH?7, AUH, B9D1, B9D2, BBSI, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, BCOR, BESTI!, BFSP1, BFSP2,
BLOCIS3, BLOCIS6, BMP4, CIQTNF5, C2CD3, CA4, CABP4, CACNAIF, CACNA2D4, CANTI, CAPNS5, CC2D2A,
CCDC28B, CDH23, CDH3, CDHRI1, CEP104, CEP120, CEP164, CEP290, CEP41, CERKL, CFAP418, CHD?, CHM, CHMP4B,
CIB2, CISD2, CLCN7, CLN3, CLN5, CLN6, CLN8, CLPB, CLRN1, CNGAI, CNGA3, CNGBI, CNGB3, CNNM4, COLNA],
COLNA2, COL2A1, COL4A1, COL9A1, COLY9A2, COL9A3, COX7B, CRBI, CRX, CRYAA, CRYAB, CRYBAIl, CRYBA4,
CRYBB1, CRYBB2, CRYBB3, CRYGB, CRYGC, CRYGD, CRYGS, CSPP1, CTC1, CTDP1, CTNNAI1, CTNNBI, CTSD, CWC27,
CYPIBI, CYP27A1, CYP4V2, DGUOK, DHDDS, DHX38, DKCIl, DNA2, DNAJCI9, DNMIL, DRAM?2, DTNBP1, EDN3,
EDNRB, EFEMP1, ELOVL4, ENPP1, EPHA2, ERCCI, ERCC2, ERCCS5, ERCC6, ERCCS8, EYAl, EYS, FAMI126A, FAMIGIA,
FDXR, FLVCRI, FOXCI, FOXL2, FRAS1, FREMI, FREM2, FSCN2, FTL, FYCOI, FZD4, GALE, GALKI1, GALT, GBA, GCNT2,
GDF3, GDF6, GJAL, GJA3, GJA8, GNAT2, GNPTG, GPR143, GRIP1, GRN, GUCAIA, GUCAI1B, GUCY2D, HARS!1, HCCS,
HESX1, HEXA, HGSNAT, HKI1, HMX!, HPSI, HPS3, HPS4, HPS5, HPS6, HSF4, HTRA2, IDH3B, IFT140, IFT172, IFT27,
IMPDH1, IMPG!1, IMPG2, INPPSE, IQCBI, KCNJ13, KCNV2, KIAA0586, KIF!l, KIFZ, KIT, KLHL? LCAS, LEMD2, LEP,
LEPR, LIM2, LMXIB, LOXLI, LRAT, LRMDA, LRP2, LRPS, LSS, LTBP2, LYST, LZTFLl, MAB2IL2, MAF, MAK, MCIR,
MERTK, MFN2, MFRP, MFSD8, MIP, MITF, MKKS, MKS1, MLPH, MT-ATP6, MT-ATP8, MT-CO1, MT-CO2, MT-CO3,
MT-CYB, MT-ND1, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-RNR1, MT-RNR2, MT-TA, MT-TC,
MT-TD, MT-TE, MT-TF, MT-TG, MT-TH, MT-TI, MT-TK, MT-TLI, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR,
MT-TS1, MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY, MTRFR, MYH9, MYO5A, MYO7A, MYOC, NAA10, NDP, NF2, NHS,
NMNATI, NPHP1, NPHP3, NPHP4, NROB2, NR2F1, NRL, NTF4, OCA2, OCRL, OFD1, OPA1, OPA3, OPNILW, OPTN,
OSTMI, OTX2, P3H2, PAX2, PAX3, PAX6, PCDH15, PDE6A, PDE6B, PDE6C, PDE6G, PDE6H, PDZD?7, PEX!, PEX2, PEX7,
PHF6, PHYH, PIK3RS5, PITPNM3, PITX2, PITX3, PLA2GS5, PNKP, PNPLAG6, POCIB, POLG, POLG2, POMC, POMGNT],
PPARG, PPTI1, PQBP1, PRCD, PRKCG, PROMI, PRPF3, PRPF31, PRPF4, PRPF6, PRPF8, PRPH2, PRPS1, PRSS56, PXDN,
RAB18, RAB27A, RAB28, RAB3GAPI, RAB3GAP2, RARB, RAX, RAX2, RBP3, RBP4, RD3, RDH12, RDHS5, REEP6, RGR,
RGS9, RGS9BP, RHO, RIMSI, RLBP1, ROMI1, RP1, RPIL1, RP2, RPE65 RPGR, RPGRIP1, RPGRIPIL, RRM2B, RSI,
RTN41P1, SAG, SBF2, SDCCAGS8, SEMA4A, SERACI, SETX, SHH, SIL1, SIX3, SIX6, SLCI6A12, SLC24A5, SLC25A4,
SLC25A46, SLC33Al, SLC38A8, SLC45A2, SLC52A2, SLC7A14, SLCI9A6, SMCHDI1, SMOCI, SNAI2, SNRNP200, SNXI10,
SOX10, SOX2, SPATA7, SPG?, STRAG6, TBCID20, TBKI1, TCIRGI, TCTNI, TCTN2, TCTN3, TDRD? TEK, TENMS,
TFAP2A, TIMMS0, TIMMS8A, TIMP3, TK2, TMEMI07, TMEMI26A, TMEMI138, TMEM216, TMEM?231, TMEM237,
TMEMG67, TMEM70, TNFRSFIIA, TNFSF1l, TOPORS, TPP1, TRAF3IPl, TRIM32, TRNTI, TSPANI12, TTC2IB, TTCS,
TTLLS, TTPA, TULP1, TWNK, TYMP, TYR, TYRPI, USHIC, USHIG, USH2A, VCAN, VIM, VPS13B, VSX2, WDPCP, WDRI19,
WDR36, WFSI, WHRN, WRN, ZIC2, ZNF408, ZNF423, ZNF513
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Otorrinolaringologia

CentoHear

La pérdida de audicion es una condicion comun en los nifios, que afecta a 1 de cada 100
nacidos vivos. En mas del 50% de los casos existe una causa genética para este trastorno,
de los cuales el 70% son hipoacusias no sindromicas. Genes asociados con la pérdida
auditiva sindroOmica y no sindromica, casos autosomicos recesivos y dominantes. Ademas,

sindromes como Alport, Pendred, Waardenburg, Usher y branchio-oto-renal entre otros.
Incluye 196 genes: ABHDI2, ACTB, ACTGI, ADCY1, ADGRVI, AIFMI, ANKH, ATP2B2, ATP6VIBI, ATP6VIB2, BCSIL,
BDP1, BSND, BTD, CABP2, CACNAID, CCDC50, CD151, CD164, CDC14A, CDH23, CDKNIC, CEACAMI16, CEP78, CHD?,
CHSY1, CIB2, CISD2, CLDNI14, CLIC5, CLPP, CLRN1, COCH, COLUA1, COL11A2, COL2AI, COL4A3, COL4A4, COL4A5,
COL4A6, COL9A1, COL9A2, COL9A3, CRYM, DCAFI7, DCDC2, DIABLO, DIAPHI, DIAPH3, DLX5 DMXL2, DNMTI,
DSPP, EDN3, EDNRB, ELMOD3, EPS8, EPS8L2, ESPN, ESRP1, ESRRB, EYAI, EYA4, FDXR, FGF3, FGFR1, FGFR2, FGFR3,
FOXI1, GABI, GATA3, GIPC3, GJAl, GJB2, GJB3, GJB6, GPRASP2, GPSM2, GRHL2, GRXCRI, GRXCR2, GSDME,
HARSI, HARS2, HGF, HOMER2, HOXBI1, HSDI7B4, ILDR1, KARSI, KCNEIl, KCNJ10, KCNQI, KCNQ4, KIT, KITLG,
LARS2, LHFPL5, LOXHDI, LRP2, LRTOMT, MAN2BI, MANBA, MARVELD2, MCM2, MET, MGP, MITF, MPZL2,
MSRB3, MYH14, MYH9, MYOI5A, MYO3A, MYO6, MYO7A, NARS2, NDP, NLRP3, OPAI, OSBPL2, OTOA, OTOF,
OTOG, OTOGL, P2RX2, PAX3, PCDHI15, PDZD?, PEXI, PEX26, PEX6, PJVK, PMP22, PNPT1, POLRIC, POLRID, POU3F4,
POU4F3, PRPSI, RDX, RMNDI, ROR1, RPS6KA3, SIPR2, SALLI, SALL4, SEMA3E, SERPINB6, SIXI, SIX5, SLCI2Al,
SLCI7A8, SLCI9A2, SLC26A4, SLC26A5, SLC29A3, SLC33Al1, SLC44A4, SLC52A2, SLC52A3, SLITRK6, SMAD4, SMPX,
SNAI2, SOX10, SOX2, SPATA5, STRC, SUCLA2, SUCLGI, SYNE4, TBCID24, TBXI, TCOF1, TECTA, TFAP2A, TIMMSA,
TJP2, TMCI, TMIE, TMPRSS3, TNC, TPRN, TRIOBP, TRMU, TSPEAR, TWNK, TYR, USHIC, USHIG, USH2A, VCAN,
WBP2, WFS1, WHRN
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Inmunologia

Centolnmuno

Solucion para la inmunodeficiencia y los trastornos de inmunodeficiencia combinada
grave (SCID). Nuestro panel incluye genes dirigidos a la inmunodeficiencia combinada
grave, la neutropenia congénita, la deficiencia de anticuerpos primarios, la
inmunodeficiencia variable comun, la enfermedad granulomatosa cronica, la

linfoproliferacion autoinmune y la agammaglobulinemia.

Incluye 326 genes: ACD, ACP5, ACTB, ADA, ADA2, ADAR, AICDA, AIRE, AK2, APIS3, AP3BI, ARPCIB, ATM, ATP6API,
B2M, BACH2, BCLI1B, BLM, BLNK, BLOCIS3, BLOCIS6, BTK, CIQA, CIQB, CIQC, CIR, CIS, C2, C3, C5, C6, C7, CB8A,
C8B, C9, CARDII, CARD14, CARD9, CARMIL2, CASP10, CASP8, CCBE!, CCDC103, CCDC39, CCDC40, CCDC65, CCNO,
CDI19, CD247, CD27, CD3D, CD3E, CD3G, CD40, CD40LG, CD46, CD55 CD59, CD70, CD79A, CD79B, CD81, CD8A,
CDCA?, CEBPE, CFAP298, CFB, CFD, CFH, CFHRI, CFI, CFP, CFTR, CHD?, CIITA, CLCN7, CLPB, COPA, COROIA,
CR2, CSF2RB, CSF3R, CTCl, CTLA4, CTPSI, CTSC, CXCR4, CYBA, CYBB, DCLREIC, DDX58, DGKE, DKCI, DNAAFI,
DNAAF2, DNAAF3, DNAAF4, DNAAF5 DNAHI, DNAH5, DNAIl, DNAI2, DNAJC2I, DNALI, DNASEIL3, DNMT3B,
DOCK2, DOCK8, DRCI, DTNBPI, ELANE, EPG5, ERCC6L2, EXTL3, FI12, FADD, FAS, FASLG, FAT4, FCGR3A, FCN3,
FERMT3, FGA, FGB, FGG, FOXNI, FOXP3, G6PC3, G6PD, GATAI, GATA2, GFI1, GINSI, GUCY2C, HAXI, HELLS, HPSI,
HPS3, HPS4, HPS5, HPS6, HTRA2, HYDIN, ICOS, IFIHI, IFNGRI1, IFNGR2, IGLL1, IKBKB, IKZF1, IL10, ILIORA, ILIORB,
IL12B, IL12RBI, IL12RB2, ILI7RA, ILIZRC, ILIRN, IL2IR, IL2RA, IL2RG, IL36RN, IL7R, INO8O, IRAK4, IRF3, IRF8, ISGI5,
ITCH, ITGB2, ITK, JAGNI, JAK3, KRAS, LAMTOR2, LAT, LIGI, LIG4, LPIN2, LRBA, LYST, MAGTI, MALTI, MASP2,
MBL2, MCM4, MEFV, MOGS, MS4Al, MSN, MTHFDI, MVK, MYD88, MYSM1, NBN, NCFI, NCF2, NCF4, NCSTN,
NFKBI, NFKB2, NFKBIA, NHEJI, NHP2, NLRC4, NLRPI, NLRP12, NLRP3, NME8, NOD2, NOP10, NRAS, NSMCES3,
OFD1, OSTMI1, OTULIN, PARN, PEPD, PGM3, PIK3CD, PIK3RI, PLCG2, PMM2, PMS2, PNP, POLAI, POLE, PRFI,
PRKCD, PSENEN, PSMB4, PSMB8, PSTPIPI, PTEN, PTPRC, RAB27A, RAC2, RAGI, RAG2, RANBP2, RASGRP1, RBCKI,
RFX5, RFXANK, RFXAP, RIPKI, RNASEH2A, RNASEH2B, RNASEH2C, RNF168, RNF31, RORC, RSPH1, RSPH4A, RSPH9,
RTELI, SAMD9, SAMDIL, SAMHDI, SBDS, SEMA3E, SERPINGI, SH2DIA, SKIV2L, SLC29A3, SLC35CI, SLC7A?,
SMARCALI, SMARCD?2, SP110, SPAG!, SPINK5, SRP54, SRP72, STATI, STAT2, STAT3, STAT5B, STIM1, STINGI, STK4,
STXM, STXBP2, TAFAZZIN, TAPI, TAP2, TAPBP, TBKI, TBXI, TCF3, TCIRGI, TCN2, TERT, TFRC, THBD, TICAM],
TINF2, TLR3, TMC6, TMC8, TNFAIP3, TNFRSFIIA, TNFRSFI3B, TNFRSFI3C, TNFRSFIA, TNFSFIl, TPP2, TREXI,
TRNTI, TTC37, TTC7A, TYK2, UNCI3D, UNG, USBI, USPI8, VPSI3B, VPS45 WAS, WDRI, WRAP53, XIAP, ZAP70,
ZBTB24, ZMYNDIO
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Dismorfologia

CentoDismorfia

Disefiado para ayudar a los médicos a diagnosticar a los pacientes que padecen un
sindrome dismorfico. El panel incluye craneosinostosis, trastornos craneofaciales, paladar
hendido/labio, holoprosencefalia, sindrome de Waardenburg, enfermedad de

Hirschsprung, lisencefalia y trastornos de malformacion cerebral, entre otros.

Incluye 770 genes: A2ML1, ABCA12, ABCB6, ABCC6, ABL1, ACP5, ACTAI, ACTA2, ACTB, ACTGI, ACVR2B, ADAMTSI8,
ADAMTS2, ADAMTSL2, ADGRGI, ADGRG6, AEBPI, AFF4, AGPS, AGRN, AHDCI, AHI1, AKRIC4, AKT3, ALDHI8AI,
ALDHIA3, ALG2, ALMSI, ALPL, ALXI, ALX4, AMELX, AMERI, AMH, AMHR2, AMPD2, ANKH, ANKLE2, ANKRDT1,
ANKS6, ANO5, ANOSI, AP4MI, ARFGEF2, ARHGAP29, ARHGAP31, ARIDIA, ARIDIB, ARID2, ARLI3B, ARL3, ARLSG,
ARSL, ARX, ASPM, ASXLI, ASXL3, ATP6VOA2, ATP6VOA4, ATP6VIA, ATP6VIEl, ATP7A, ATR, ATRX, B3GALNT2,
B3GAT3, B3GLCT, BAGALT7, B4AGATI, BODI, BOD2, BBSI, BBS10, BBS12, BBS2, BBS4, BBS5, BBS?7, BBS9, BCLIIA, BCOR,
BGN, BIN1, BMP1, BMP2, BMP4, BMPRIB, BNC2, BRAF, CIR, CIS, CANTI, CASK, CASR, CBL, CBS, CC2D2A, CCDC103,
CCDC28B, CCDC39, CCDC40, CCDC65 CCM?2, CCN6, CCNO, CDC45, CDH1, CDK13, CDK5RAP2, CDKNIC, CDON,
CENPF, CENPJ, CEP135, CEP152, CEP164, CEP290, CEP41, CEP63, CFAP298, CFAP418, CFAP53, CFL2, CHAT, CHD4,
CHD?, CHMPIA, CHRNA1, CHRNBI, CHRND, CHRNE, CHRNG, CHST14, CHST3, CHSY1, CILKI, CIT, CLCN5, CLP1,
CNOTI, CNTNAPI, COASY, COG5, COLI0AI, COLNAL, COLIIA2, COLI2A1, COLI3A1, COLIAI, COLIA2, COL2AI,
COL3Al, COL4AI, COL5A1, COL5A2, COL6AI, COL6A2, COL6A3, COL9AI, COLIA2, COL9A3, COLECIO, COLECT,
COLQ, COMP, COX7B, CRB2, CREB3L1, CREBBP, CRELD1, CRIPT, CRPPA, CRTAP, CSGALNACTI, CSPPI, CTNNA2,
CTNNDI, CUL4B, CUL?, CYB5A, CYPI9A1, CYPIBI, CYP26BI, DAGI, DCC, DCHSI, DCX, DDR2, DDX59, DEAF1, DHCR24,
DHCR7, DHODH, DLL3, DLL4, DMPI, DNAAFI, DNAAF2, DNAAF3, DNAAF4, DNAAF5 DNAHI, DNAHI1, DNAHS5,
DNAI1, DNAI2, DNAJBI3, DNAL1, DNM2, DOCK6, DOK?, DPAGTI, DPF2, DRCI, DSE, DVL3, DYM, DYNCIHI, DYNC2H],
DYNC2LI1, DYRKIA, EBP, ECEL1, EDN3, EDNRB, EFEMP2, EFNBI, EFTUD2, EGR2, EIF2AK3, EIF2S3, ELN, ENPP1, EOGT,
EPG5, ERCCI, ERCC2, ERCC5, ERCC6, ERF, ESCO2, EVC, EVC2, EXOSC3, EXOSCY, EXTI, EXT2, EYAl, FAM20C, FAS,
FAT4, FBLN1, FBLN5, FBN1, FBN2, FBXL4, FBXWII, FGD1, FGF10, FGF23, FGF8, FGFR1, FGFR2, FGFR3, FHLI, FKBP10,
FKBP14, FKRP, FKTN, FLCN, FLNA, FLNB, FOXCI, FOXEl, FOXL2, FRASI, FREMI, FREM2, FZD6, GAS8, GATA4, GBA,
GBE!, GDF1, GDF3, GDF5, GDF6, GDNF, GFPTI, GGCX, GJAI, GLEl, GLI2, GLI3, GMPPB, GNAS, GNPAT, GORAB,
GPC3, GPC6, GRHL3, GRIPI, HBAI, HCCS, HDAC8, HES?, HESXI, HEXA, HMX1, HOXAI13, HOXDI3, HRAS, HSPG2,
HUWE!, HYDIN, HYLS!, IER3IPI, IFITM5, IFT122, IFT140, IFT172, IFT27, IFT43, IFT80, IFT81, IGFIR, IHH, ILIRA,
INPP5E, INPPLI, INVS, IPO8, IRF6, ITGB4, JAGI, KAT6B, KATNBI, KBTBDI3, KDM5C, KDM6A, KIAA0586, KIFT,
KIF14, KIF22, KIF2A, KIF5C, KIF7, KIFBP, KIT, KLHL40, KLHL41, KMT2A, KMT2D, KNLI, KRAS, KRITI, LICAM,
LAMA2, LAMA3, LAMBI, LAMB3, LAMC2, LARGE!, LBR, LFNG, LIFR, LMNA, LMOD3, LMXIB, LOX, LRP2, LRP4,
LRP5, LTBP3, LZTFLI, LZTRI, MAB2IL2, MACFI, MAFB, MAGEL2, MAP2KI, MAP2K2, MASPI, MATN3, MBTPS2,
MCIDAS, MCPH1, MEDI2, MEDI3L, MEDI?, MEGF8, MEIS2, MEOXI, MESP2, MFAP5, MFRP, MFSD2A, MGP, MIDI,
MITF, MKKS, MKS1, MMP13, MMP15, MMP21, MMP9, MN1, MRAS, MSMOI1, MSX1, MSX2, MT-ATP6, MT-ATP8, MT-
COl, MT-CO2, MT-CO3, MT-CYB, MT-NDI, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-RNR],
MT-RNR2, MT-TA, MT-TC, MT-TD, MT-TE, MT-TF, MT-TG, MT-TH, MT-TI, MT-TK, MT-TLl, MT-TL2, MT-TM, MT-
TN, MT-TP, MT-TQ, MT-TR, MT-TS1, MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY, MTMI, MUSK, MYBPCI, MYCN,
MYH11, MYH2, MYH3, MYH8, MYLK, MYOI18B, MYO7A, MYO9A, NAA10, NALCN, NBAS, NCAPD3, NDEI, NDP, NEB,
NECTIN1, NEKI, NEK8, NEK9, NEPRO, NF1, NF2, NHEJ!, NIPBL, NKX2-5, NKX3-2, NME8, NODAL, NOG, NOTCH},
NOTCH2, NPHPI, NPHP3, NPR2, NR2F2, NRAS, NRGI, NSDI, NSDHL, NSUN2, NT5E, OBSLI, OCRL, ODAD4, OFDI,
OPHN1, ORCI, OTX2, P3H1, P4HB, PAFAHIBI, PAPSS2, PAX2, PAX3, PAX6, PAX7 PAX9, PCNT, PDCDI0, PDE4D,
PDE6D, PEX?7, PGMI, PHEX, PHF6, PHF8, PHYH, PIBFI1, PIEZO2, PIGA, PIGV, PIP5KIC, PITX2, PKDILI, PKD2, PKHDI,
PLEKHA?, PLK4, PLODI, PLOD2, PLPI, PMM2, PNKP, PNPLA6, POLAI, POLRIC, POLRID, POMC, POMGNTI,
POMGNT?2, POMK, POMTI, POMT2, POR, PORCN, PPARG, PPIB, PPPICB, PQBP!, PRDMS5, PREPL, PRKARIA, PRKGI,
PRPH2, PRSS56, PTCH1, PTHIR, PTHLH, PTPNI1, PXDN, PYCRI, PYCR2, QARSI, RABI8, RAB23, RAB3GAP!, RAB3GAP2,
RAD2I, RAFI, RAPSN, RARB, RARS2, RASAI RASA2, RAX, RBBP8, RBP4, RBPJ, RELN, RET, RHO, RIN2, RIPK4,
RIPPLY2, RITI, ROBO3, ROR2, RPGRIPIL, RPL10, RPS6KA3, RSPH1, RSPH3, RSPH4A, RSPH9, RTTN, RUNX2, RXYLTI,
RYRI, SALLI, SALL4, SASS6, SATB2, SBDS, SCN4A, SDCCAGS, SEC24D, SELENON, SEMA3E, SEPSECS, SERPINFI,
SERPINH1, SF3B4, SH3PXD2B, SHH, SHOC2, SHROOM4, SIX3, SIX6, SKI, SLCI8A3, SLC25A19, SLC26A2, SLC2A10,
SLC34A3, SLC35D1, SLC38A8, SLC39A13, SLC5A7, SLCIA6, SMAD2, SMAD3, SMAD4, SMAD6, SMARCA2, SMARCA4,
SMARCALI, SMARCBI, SMARCC2, SMARCE!, SMCIA, SMC3, SMCHDI, SMOCI, SMS, SNAI2, SNAP29, SNTGI, SOSI,
SOS2, SOX10, SOXIl, SOX2, SOX9, SP% SPAGI, SPARC, SPECCIL, SPREDI, SPRY4, STAMBP, STIL, STRA6, SUFU,
SYT2, TAF6, TBCID20, TBCID23, TBCID24, TBXI, TBX15, TBX2, TBX22, TBX3, TBX5, TBX6, TCFI2, TCF4, TCOFI,
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TCTN1, TCTN2, TCTN3, TENMS3, TENTS5A, TFAP2A, TGDS, TGFB!1, TGFB2, TGFB3, TGFBRI, TGFBR2, TGIF!, TK2,
TMCO1, TMEMI138, TMEM216, TMEM231, TMEM237, TMEMG67, TMEM70, TMTC3, TNFRSFI1B, TNNI2, TNNT],
TNNTS3, TNXB, TOEl, TORIA, TP63, TPM2, TPM3, TRAF3IP1, TRIM32, TRIP1l, TRMT10A, TRPSI, TRPV4, TSCI, TSC2,
TSEN15, TSEN2, TSENS4, TTC21B, TTC8, TUBAIA, TUBAS8, TUBB, TUBB2A, TUBB2B, TUBB3, TUBGI, TUBGCP4,
TUBGCP6, TWISTI, TXNL4A, TYR, UBA1, VAMPI1, VCAN, VIPAS39, VLDLR, VPS13B, VPS33B, VPS53, VRKI, VSX2,
WDPCP, WDRI11, WDR19, WDR35, WDR62, WNT1, WNT5A, WNT7A, XYLT!, YWHAE, ZBTB24, ZC4H2, ZEB2, ZFPM2,
ZICY, ZIC2, ZIC3, ZMYNDI10, ZNF335, ZNF423, ZNF469, ZNF699, ZSWIM6

Panel de tejido conectivo y
trastornos relacionados

Nuestro panel de tejido conectivo y trastornos relacionados proporciona una evaluacion
profunda en un solo paso de varios genes para detectar diferentes trastornos con
fenotipos similares, como el sindrome de Marfan, Loeys-Dietz, cutis laxa, Ehlers-Danlos,

sindrome de Stickler y aneurisma aortico toracico familiar y diseccion.

Incluye 76 genes: ABCC6, ACTA2, ADAMTS2, ADAMTSL2, AEBPI, ALDH18A1, ATP6VOA2, ATP6VIA, ATPGVIEL, ATP7A,
B3GAT3, BAGALT7 BGN, CIR, CIS, CBS, CHSTI4, COLIIAI, COL1IA2, COLI2A1, COLIAI, COLIA2, COL2A1, COL3AI,
COLS5AI, COL5A2, COL9AI, COL9A2, COL9A3, CREB3LI, DSE, EFEMP2, ELN, FBLN5, FBNI, FBN2, FKBP14, FLCN,
FLNA, GORAB, ITGB4, LAMA3, LAMB3, LAMC2 LOX, LRP2, LTBP3, MBTPS2, MEDI2, MFAP5 MYHI, MYLK,
NOTCH1, PLODI, PRDMS5, PRKGI, PYCRI, RIN2, SKI, SLC2A10, SLC39A13, SMAD2, SMAD3, SMAD4, SMADS6, SP7,
SPARC, TENT5A, TGFB2, TGFB3, TGFBR1, TGFBR2, TNXB, VCAN, WNTI, ZNF469
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Solucion para pacientes que presentan trastornos de la piel. Nuestro panel incluye genes
para hipotricosis, epidermdlisis ampollosa e ictiosis congénita, entre otros. Para

melanoma, consulte nuestra seccion de Oncologia.

Incluye 152 genes: ABCA12, ABHD5, ACD, ALAD, ALAS2, ALDHI8AI, ALDH3A2, ALOXI2B, ALOXE3, APISI, AP3BI,
AP3DI1, APCDDI, ARHGAP31, ARSL, ATP6VOA2, ATP7A, BLOCIS3, BLOCIS6, CASP14, CDSN, CERS3, CHST8, CLDNI,
COLI7Al, COL7AI1, CPOX, CSTA, CTCl, CYP4F22, DKCI, DLL4, DOCK6, DSGI, DSG4, DSP, DST, DTNBP!, EBP, EDA,
EDAR, EDARADD, EDN3, EDNRB, EFEMP2, ELN, ELOVL4, EOGT, EPG5 ERCC2, ERCC3, EXPH5, FBLNS5, FECH,
FERMTI, FLG, FLG2, GJB2, GJB3, GJB4, GJB6, GPR143, GTF2H5, HMBS, HPSI, HPS3, HPS4, HPS5, HPS6, HR, ITGA3,
ITGA6, ITGB4, JUP, KCTDI, KDSR, KITLG, KRTI, KRT10, KRT14, KRT2, KRT5, KRT74, KRT85, KRT9, LAMA3, LAMB3,
LAMC2, LIPH, LIPN, LORICRIN, LPAR6, LRMDA, LYST, MBTPS2, MCIR, MITF, MLPH, MMPI, MPLKIP, MYH9,
MYOS5A, NECTINI, NHP2, NIPAL4, NOP10, NOTCHI, NSDHL, OCA2, PARN, PAX3, PEX?, PHGDH, PHYH, PKP1, PLEC,
PNPLAI, POMP, PPOX, PSATI, PYCRI, RAB27A, RBPJ, RPL2I, RTELI, SDR9C? SERPINB8, SLC24A5 SLC27A4,
SLC38A8, SLCA45A2, SNAI2, SNAP29, SNRPE, SOX10, SPINKS5, ST14, STS, SUMFI, TERT, TGMI, TGM5, TINF2, TYR,
TYRP!, UROD, UROS, USB1, VPS33B, WNTI0A, WRAP53, ZMPSTE24
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Panel de mineralizacién anormal

Nuestro panel de mineralizacion anormal incluye osteogénesis imperfecta, osteopetrosis,
trastornos de alta y baja densidad Osea y genes de diagnostico diferencial necesarios
para discriminar la causa genética real. Las enfermedades procesables, como la

hipofosfatasia, también se incluyen en nuestro panel.

Incluye 94 genes: ABCC6, ALPL, AMERI, ANKH, ANO5, AP2S1, ASCCI, B3GAT3, BAGALT7, BMPI, CA2, CASR, CLCN5,
CLCN7, COLIAI, COLIA2, CREB3LI, CRTAP, CTSK, CYP24Al, CYP27B1, CYP2RI, DMPI, DSPP, ENPPI, FAH, FAM20C,
FERMT3, FGF23, FGFRI, FGFR3, FKBPIO, GALNT3, GJAI, GNAT, GNAS, GORAB, GPAAI, HPGD, HRAS, IFITM5,
KRAS, LEMD3, LRP4, LRP5, MBTPS2, MESD, MTAP, NBAS, NOTCH2, NRAS, OCRL, OSTMI, P3H1, P4HB, PHEX,
PLEKHM1, PLOD2, PLS3, PPIB, PTDSSI, PTHIR, SEC24D, SERPINFI, SERPINHI, SGMS2, SH3PXD2B, SLC26A2,
SLC29A3, SLC34Al1, SLC34A3, SLCIA3RI, SLCO2AI, SNXI10, SOST, SOX9, SP7 SPARC, SQSTMI, TAPTI, TBXASI,
TCIRGI, TGFBI, TMEM38B, TNFRSFIIA, TNFRSFI11B, TNFSFI1, TRIP4, TYROBP, VDR, WNTI, XYLT2, ZBTB20, TENT5A
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Panel de esclerosis lateral
amiotrofica (ELA)/demencia

incluye genes que causan la enfermedad de Alzheimer, la demencia y la demencia
frontotemporal, asi como genes utilizados para el diagnostico diferencial con
superposicion en cualquier punto de la historia natural de la enfermedad. Los genes
dentro de este panel se han seleccionado cuidadosamente para aumentar el rendimiento
del diagnostico. Se incluyen enfermedades procesables que se superponen con el
fenotipo (como la enfermedad de Wilson, la enfermedad de Niemann-Pick y la deficiencia

de hexosaminidasa A). Este panel no detecta la enfermedad de Huntington.

Incluye 105 genes: ABCA7, ALS2, ANG, ANXAIl, APOE, APP, ARSA, ATLI, ATP7B, ATXN2, BSCL2, C9orf72, CCNF,
CHCHD10, CHMP2B, CP, CSFIR, CYLD, CYP27Al1, DCTNI, ERBB4, EWSRI, FIG4, FTL, FUS, GLE!l, GRN, HEXA,
HNRNPAT, HNRNPA2B1, HSPD1, ITM2B, KIFS5A, MAPT, MATR3, MT-ATP6, MT-ATP8, MT-CO1, MT-CO2, MT-CO3,
MT-CYB, MT-ND1, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-RNRI1, MT-RNR2, MT-TA, MT-TC,
MT-TD, MT-TE, MT-TF, MT-TG, MT-TH, MT-TI, MT-TK, MT-TLI, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR,
MT-TS1, MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY, NEFH, NEKI1, NOTCH3, NPCI, OPTN, PANK2, PFN1, PRNP, PRPH,
PSENI1, PSEN2, REEP1, SETX, SIGMARI1, SLC52A3, SNCA, SODI1, SORLI1, SPAST, SPG1l, SQSTMI1, TAF15, TARDBP, TBK],
TFG, TREM2, TUBA4A, TYROBP, UBE3A, UBQLN2, VAPB, VCP, WASHCS5

Genes de expansion de repeticion: C9orf72, ATXN2, PRNP

Panel de expansion de repeticion de
ataxia

Incluye genes relevantes para trastornos neuroldgicos hereditarios caracterizados por
ataxia, incluida la ataxia espinocerebelosa (dominante y recesiva), ataxia cerebelosa,
ataxia episodica y ataxia pontocerebelosa. Estos trastornos normalmente comparten
sintomas superpuestos y solo pueden diferenciarse claramente mediante pruebas
geneéticas moleculares. Nuestro panel de ataxia es la mejor opcion para un paciente que
muestra un desequilibrio en la marcha y una marcha descoordinada (ataxia). Las formas
mas comunes de ataxia hereditaria son causadas por expansion repetida.

Incluye 13 genes: ATNI1, ATXNI1, ATXNIO, ATXN2, ATXN3, ATXN7, ATXNS8OS, BEANI,
CACNAIA, FXN, NOP56, PPP2R2B, TBP

Genes de expansion de repeticion: ATN1, ATXNI ATXNI10, ATXN2, ATXN3, ATXNYZ,
ATXNBOS, BEANT1, CACNAIA, FXN, NOP56, PPP2R2B, TBP

Panel completo de ataxia/paraplejia espastica

Incluye 492 genes: ATXNI1, ATXN2, ATXN3, ATXN?7, BEANI, CACNAIA, PPP2R2B, TBP, ATXNI10, ATN1, NOP56, FXN,
ATXNB8OS, AARS2, ABCB?7, ABCD!, ABHD12, ABHDS5, ACAD9, ACADVL, ACO2, ADAR, ADPRS, AFG3L2 AGK,
AGTPBP1, AHIT, AIFM1, AIMP1, ALAS2, ALDH18A1, ALDHS5AL, ALS2, AMACR, AMPD2, ANOI10, AP1S2, AP4B1, AP4E],
AP4M1, AP4S1, AP5Z1, APTX, ARGI, ARLI3B, ARL6, ARLG6IP1, ARSA, ATCAY, ATLI, ATM, ATPI3A2, ATPIA2, ATPIA3,
ATP2B3, ATP2B4, ATP7B, ATP8A2, ATRX, AUH, BAGALNT!1, B9D1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9,
BCKDHA, BCKDHB, BCSIL, BICD2, BLOCIS1, BOLA3, BSCL2, BTD, Cl190rf12, CA8, CACNAIG, CACNB4, CAMTAI
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CAPNI1, CARS2, CASK, CC2D2A, CCDC88C, CCT5, CEP290, CEP41, CHMPIA, CLCN2, CLN5, CLN6, CLPB, CLPP,
COAB, COA?, COA8, COASY, COL4Al, COL4A2, COQ2, COQ4, COQ6, COQ? COQ8A, COQ8B, COQY, COXIO,
COX15, COX20, COX6A1, COX6BI, CP, CPTIC, CSPP1, CSTB, CWFI9LI, CYCI, CYP27A1, CYP2U1, CYP7BI1, DABI, DARSI,
DARS2, DBT, DDHDI, DDHD2, DGUOK, DHPS, DLAT, DLD, DNA2, DNAJCI19, DNAJC5, DNMIL, DNMTI, DOCK3,
DSTYK, EARS2, EBF3, ECHSI, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, ELAC2, ELOVL4, ELOVL5, ENTPDI, ERLINI,
ERLIN2, ETFA, ETFB, ETFDH, ETHEI, EXOSC3, FA2H, FARS2, FASTKD2, FAT2, FBXL4, FDX2, FDXR, FGF14, FH, FLAD!,
FLVCRI1, FOXREDI, FTL, GADI, GALC, GARSI!, GBA, GBA2, GCDH, GCH1, GFAP, GFER, GFM1, GFM2, GJBI1, GJC2,
GLRX5, GOSR2, GRID2, GRM1, GSS, GTPBP3, HACE!, HARS2, HEPACAM, HEXA, HEXB, HIBCH, HMGCL, HSPDI,
HTRA2, 1ARS2, IBA57, INPP5E, IRF2BPL, ISCA2, ISCU, ITM2B, ITPRI, KCNAI, KCNA2, KCNC3, KCND3, KCNJ10,
KDM5C, KIDINS220, KIFIA, KIFIC, KIF5A, KIF7, LICAM, LAMAL, LAMP2, LARS2, LIAS, LIPTI, LMNBI, LRPPRC,
LYRMZ, LYST, MAG, MARSI, MARS2, MECR, MFF, MFN2, MGMEI1, MICU1, MKKS, MKS1, MLC1, MPC1, MPV17, MREI,
MRPL3, MRPL44, MRPS16, MRPS22, MSTO1, MT-ATP6, MT-ATP8, MT-COl, MT-CO2, MT-CO3, MT-CYB, MT-NDI,
MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-RNR1, MT-RNR2, MT-TA, MT-TC, MT-TD, MT-TE,
MT-TF, MT-TG, MT-TH, MT-TI, MT-TK, MT-TLI, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR, MT-TSI, MT-
TS2, MT-TT, MT-TV, MT-TW, MT-TY, MTEMT, MTO1, MTPAP, MTRFR, MTTP, NARS2, NDUFAI, NDUFA10, NDUFAI1,
NDUFAI12, NDUFA2, NDUFA9, NDUFAF!, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6, NDUFB3, NDUFSI,
NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2, NFU!, NIPA1, NKX6-2, NPCI, NPC2,
NPHP1, NR2F1, NT5C2, NUBPL, OFDI, OPA1, OPA3, OPHNI1, OTC, PANK2, PARS2, PAX6, PC, PCCA, PCCB, PDHAI,
PDHB, PDHX, PDP1, PDSSI, PDSS2, PDYN, PETI00, PEX10, PEX2, PEX? PGAPI, PHYH, PIK3R5, PLA2G6, PLKI, PLPI,
PMPCA, PNKD, PNKP, PNPLA6, PNPTI, POLG, POLG2, POLR3A, POLR3B, PRICKLE!, PRKCG, PRRT2, PUMI, QARSI,
RAB3GAP2, RAPIGDS!, RARSI, RARS2, REEPI, REEP2, RMNDI, RNASEHI, RNASEH2B, RNF216, RPGRIPIL, RRM2B,
RTN2, RUBCN, SACS, SAMDIL, SARS2, SCNIA, SCN2A, SCOI, SCO2, SCYLI, SDHA, SDHAFI, SELENOI, SERAC],
SETX, SFXN4, SILI, SLC16A2,SLCI7A5, SLC19A2, SLCI19A3, SLCIA3, SLCIA4, SLC20A2, SLC22A5, SLC25A19, SLC25A26,
SLC25A3, SLC25A38, SLC25A4, SLC25A46, SLC2A1, SLC33Al1, SLC52A2, SLC52A3, SLC9A6, SNXI14, SPART, SPAST,
SPGI1, SPG21, SPG7, SPR, SPTBN2, STUBI, SUCLA?2, SUCLGI, SURF1, SYNEI, TACOI, TARS2, TBCID24, TCTNI, TCTN2,
TCTN3, TDPI, TECPR2, TFG, TGM6, TIMMS8A, TK2, TMEMI26B, TMEMI38, TMEM216, TMEM?231, TMEM?237,
TMEM240, TMEM67, TMEM70, TPKI1, TPP1, TRIM32, TRITl, TRMTIOC, TRNTI, TSEN2, TSEN34, TSEN54, TSFM,
TTBK2, TTC19, TTC8, TTPA, TTR, TUBB4A, TUFM, TWNK, TYMP, UBA5, UBAPI, UBE3A, UBTF, UCHLI, UNCS80,
UQCC2, UQCRB, UQCRC2, UQCRQ, USP8, VAMPI, VARS?2, VCP, VLDLR, VPS37A, VRKI, WASHC5, WDR45, WDR45B,
WDRS81, WFS1, WWOX, YARS2, ZFYVE26, ZFYVE27, ZNF423

Genes de expansion de repeticion: ATXNI1, ATXN2, ATXN3, ATXN7, BEAN1, CACNAIA,

PPP2R2B, TBP, ATXN10, ATN1, NOP56, FXN, ATXN8OS

Panel de ataxia/paraplejia espastica

Incluye 481 genes: AARS2, ABCB7, ABCDI1, ABHDI12, ABHD5, ACAD9, ACADVL, ACO2, ADAR, ADPRS, AFG3L2, AGK,
AGTPBP1, AHIT, AIFM1, AIMP1, ALAS2, ALDH18A1, ALDHS5AL, ALS2, AMACR, AMPD2, ANOI10, AP1S2, AP4B1, AP4E],
AP4M1, AP4S1, AP5Z1, APTX, ARGI, ARLI3B, ARL6, ARLGIP1, ARSA, ATCAY, ATLI, ATM, ATPI3A2, ATPIA2, ATPIA3,
ATP2B3, ATP2B4, ATP7B, ATP8A2, ATRX, AUH, BAGALNT!1, B9D1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9,
BCKDHA, BCKDHB, BCSIL, BICD2, BLOCIS1, BOLA3, BSCL2, BTD, C19orf12, CA8, CACNAIA, CACNAIG, CACNB4,
CAMTAI, CAPNI, CARS2, CASK, CC2D2A, CCDC88C, CCT5, CEP290, CEP41, CHMPIA, CLCN2, CLN5, CLN6, CLPB,
CLPP, COAGB, COA7, COA8, COASY, COL4A1, COL4A2, COQ2, COQ4, COQ6, COQ7 COQBA, COQO8B, COQY, COXIO,
COX15, COX20, COX6A1, COX6B1, CP, CPTIC, CSPP1, CSTB, CWFI19L1, CYCI, CYP27A1, CYP2U1, CYP7B1, DABI, DARSI,
DARS2, DBT, DDHDI, DDHD2, DGUOK, DHPS, DLAT, DLD, DNA2, DNAJCI9, DNAJCS5, DNMIL, DNMTI, DOCKS,
DSTYK, EARS2, EBF3, ECHSI, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, ELAC2, ELOVL4, ELOVLS, ENTPDI, ERLINI,
ERLIN2, ETFA, ETFB, ETFDH, ETHEI, EXOSC3, FA2H, FARS2, FASTKD2, FAT2, FBXL4, FDX2, FDXR, FGF14, FH, FLADT,
FLVCRI, FOXREDI, FTL, FXN, GADI, GALC, GARSI, GBA, GBA2, GCDH, GCHI1, GFAP, GFER, GFMI1, GFM2, GJBI,
GJC2, GLRXS5, GOSR2, GRID2, GRMI1, GSS, GTPBP3, HACEl, HARS2, HEPACAM, HEXA, HEXB, HIBCH, HMGCL,
HSPD1, HTRA2, 1ARS2, IBA57, INPPSE, IRF2BPL, ISCA2, ISCU, ITM2B, ITPRI, KCNAI, KCNA2 KCNC3, KCND3,
KCNJ10, KDMSC, KIDINS220, KIFIA, KIFIC, KIF5A, KIF7, LICAM, LAMAIL LAMP2, LARS2, LIAS, LIPTI, LMNB!1,
LRPPRC, LYRM?, LYST, MAG, MARSI, MARS2, MECR, MFF, MFN2, MGME!, MICUI, MKKS, MKSI, MLC1, MPC1,
MPV17, MREll, MRPL3, MRPL44, MRPS16, MRPS22, MSTOI1, MT-ATP6, MT-ATP8, MT-CO1, MT-CO2, MT-CO3, MT-
CYB, MT-ND1, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-RNR1, MT-RNR2, MT-TA, MT-TC, MT-
TD, MT-TE, MT-TF, MT-TG, MT-TH, MT-TI, MT-TK, MT-TL1, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR, MT-
TSI, MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY, MTFMT, MTOI1, MTPAP, MTRFR, MTTP, NARS2, NDUFA1, NDUFAT10,
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NDUFAT11, NDUFA12, NDUFA2, NDUFA9, NDUFAF1, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6,
NDUFB3, NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2, NFUI,
NIPAT, NKX6-2, NPC1, NPC2, NPHP1, NR2F1, NT5C2, NUBPL, OFD1, OPA1, OPA3, OPHNI1, OTC, PANK2,
PARS2, PAX6, PC, PCCA, PCCB, PDHATL, PDHB, PDHX, PDP1, PDSS1, PDSS2, PDYN, PET100, PEX10, PEX2,
PEX?, PGAP1, PHYH, PIK3RS, PLA2G6, PLK1, PLP1, PMPCA, PNKD, PNKP, PNPLAG6, PNPT1, POLG, POLG?2,
POLR3A, POLR3B, PRICKLE!l, PRKCG, PRRT2, PUMI, QARSI, RAB3GAP2, RAPIGDSI, RARSI, RARS2,
REEP1, REEP2, RMNDI!, RNASEH!, RNASEH2B, RNF216, RPGRIPIL, RRM2B, RTN2, RUBCN, SACS,
SAMDIL, SARS2, SCNIA, SCN2A, SCOI1, SCO2, SCYLI, SDHA, SDHAF1, SELENOI, SERACI, SETX, SFXN4,
SIL1, SLCI6A2, SLCI7AS5, SLCI9A2, SLCI9A3, SLCIA3, SLCIA4, SLC20A2, SLC22A5, SLC25A19, SLC25A26,
SLC25A3, SLC25A38, SLC25A4, SLC25A46, SLC2AT, SLC33AI1, SLC52A2, SLC52A3, SLCI9A6, SNXI14, SPART,
SPAST, SPGIM, SPG21, SPG7, SPR, SPTBN2, STUB1, SUCLA2, SUCLGI, SURFI, SYNE!, TACOl, TARS2,
TBCID24, TCTN1, TCTN2, TCTN3, TDP1, TECPR2, TFG, TGM6, TIMMS8A, TK2, TMEMI126B, TMEMI138,
TMEM216, TMEM231, TMEM?237, TMEM240, TMEM67, TMEM70, TPK1, TPP1, TRIM32, TRITI, TRMTI0C,
TRNTI1, TSEN2, TSEN34, TSENS4, TSFM, TTBK2, TTC19, TTC8, TTPA, TTR, TUBB4A, TUFM, TWNK,
TYMP, UBAS, UBAP1, UBE3A, UBTF, UCHLI, UNC80, UQCC2, UQCRB, UQCRC2, UQCRQ, USP8, VAMP1,
VARS2, VCP, VLDLR, VPS37A, VRK!, WASHC5, WDR45, WDR45B, WDR81, WFS1, WWOX, YARS2,
ZFYVE26, ZFYVE27, ZNF423

Panel de la enfermedad de Parkinson

Identifica todas las variantes genéticas fisiopatolégicamente relevantes para el desarrollo
y el tratamiento de la EP. Los rasgos caracteristicos de la EP incluyen la pérdida neuronal
en areas especificas de la sustancia negra y la acumulacion generalizada de proteina
sinucleina intracelular. La enfermedad se caracteriza por tres sintomas motores centrales:

temblor, rigidez muscular y bradicinesia.

Incluye 115 genes: APP, ATP13A2, ATPIA3, ATP6AP2, ATP7B, C19orf12, CHCHDI10, CHCHD2, CLN3, COASY,
CP, CSFIR, CYP27A1, DCAF17, DCTNI1, DNAJB2, DNAJCI12, DNAJCI3, DNAJCS5, DNAJC6, EIF4Gl, FBXO?,
FTL, FUS, GBA, GCH1, GIGYF2, GRN, HTRA2, JAM2, KIF5A, LRP10, LRRK2, LYST, MAPT, MT-ATP6, MT-
ATP8, MT-COI1, MT-CO2, MT-CO3, MT-CYB, MT-ND1, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5,
MT-ND6, MT-RNR1, MT-RNR2, MT-TA, MT-TC, MT-TD, MT-TE, MT-TF, MT-TG, MT-TH, MT-TI, MT-TK,
MT-TLI, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR, MT-TSI, MT-TS2, MT-TT, MT-TV, MT-TW,
MT-TY, MYORG, NPCI, NPC2, NUSI, PANK2, PARK?, PDEIOA, PDE8B, PDGFB, PDGFRB, PINKI, PLA2GS,
POLG, POLG2, PRKN, PRKRA, PSENI, PSEN2, PTS, RAB39B, SLC20A2, SLC30A10, SLC39A14, SLC6A3,
SMPDI1, SNCA, SNCB, SPGI1, SPR, SYNJ1, TAFl, TARDBP, TENM4, TH, TMEM230, TWNK, UCHLI, VPS13A,
VPS13C, VPS35, WDR45, XPR1, ZFYVE26

CentoNeuro

Disefiado para detectar una gran variedad de trastornos neurologicos, desde casos de
UCI neonatal hasta demencia o trastornos del movimiento en adultos. Este panel incluye
genes relacionados con enfermedades neuroldgicas, como esclerosis lateral amiotrofica,
demencia, Parkinson, enfermedades neuromusculares, Charcot-Marie-Tooth, distonia,
epilepsia, autismo, discapacidad intelectual, migrafa, paraplejia espastica, ataxia,
sindrome de Leigh, peroxisomal enfermedades, encefalopatias epilépticas y trastornos del
movimiento, entre otras. Limitaciones: Si existe una alta sospecha diagnostica de
distrofia muscular de Duchenne, recomendamos que el médico ordene un analisis de
delecion/duplicacion por MLPA dirigido al gen DMD como un servicio adicional.
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Incluye 1902 genes: AAAS, AARSI, AARS2, AASS, ABAT, ABCAI, ABCA?7, ABCB6, ABCB?7, ABCC6, ABCC8, ABCD!1,
ABCD3, ABCD4, ABHD12, ABHDS5, ACACA, ACADS8, ACAD9, ACADM, ACADS, ACADSB, ACADVL, ACATI, ACE, ACHE,
ACO2, ACOXI, ACSF3, ACSL4, ACTAl ACTA2 ACTB, ACTGI, ACTG2, ACTL6B, ACTN4, ACVRLI, ACY1, ADA,
ADAMI10, ADAM?22, ADAMTSI0, ADAMTSL2, ADAR, ADAT3, ADCY5, ADGRGI, ADGRG6, ADGRVI, ADK, ADNP,
ADPRS, ADSL, AFF2, AFF3, AFG3L2, AGA, AGK, AGL, AGPS, AGRN, AGTPBP1, AGXT, AHCY, AHDCI, AHI1, AIFM1,
AIMP1, AIMP2, AK2, AKT3, ALAD, ALAS2, ALDH18A1, ALDH2, ALDH3A2, ALDH4Al, ALDH5A1, ALDH6A1, ALDH7AT,
ALDOA, ALDOB, ALGI, ALGM, ALGI12, ALGI3, ALGI14, ALG2, ALGS3, ALG6, ALGS8, ALGY, ALPL, ALS2, ALX1, ALX3, ALX4,
AMACR, AMMECRI, AMPDI1, AMPD2, AMT, ANG, ANK2, ANKS3, ANKLE2, ANKRD11, ANO10, ANO3, ANOS5, ANTXR2,
ANXAT1, APIS1, AP1S2, AP2M1, AP3B1, AP3B2, AP4B1, AP4El, APAMI, AP4S1, AP5Z1, APOE, APP, APTX, ARFGEF2, ARG,
ARHGAP31, ARHGEF10, ARHGEF6, ARHGEF9, ARIDIA, ARID1B, ARID2, ARL13B, ARL6, ARL6IP1, ARSA, ARSB, ARSL,
ARV1, ARX, ASAHI1, ASCCI, ASCLI1, ASHIL, ASL, ASNS, ASPA, ASPM, ASS1, ASTN2, ASXLI, ASXL3, ATADI, ATCAY,
ATIC, ATLI, ATM, ATNI, ATP13A2, ATPIAL, ATPIA2, ATPIA3, ATP2A1, ATP2A2, ATP2B3, ATP2B4, ATP5FIA, ATPSFIE,
ATP6AP1, ATP6AP2, ATP6VOA2, ATP6VIA, ATP7A, ATP7B, ATP8A2, ATPAF2, ATR, ATRX, AUH, AUTS2, B3GALNT?2,
B3GLCT, B4GALNTI1, B4GALTI!, B4GATI!, B9D1, B9D2, BAG3, BBSI, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9,
BCAP31, BCKDHA, BCKDHB, BCKDK, BCL11A, BCOR, BCSIL, BDNF, BESTI, BICD2, BIN1, BLOCIS1, BLOCIS3, BLOCISGb,
BOLA3, BRAF, BRATI, BRWD3, BSCL2, BSND, BTD, BVES, Cl2orf4, Cl2orf57, Ci9orfl2, CIQBP, CA2, CAS5A, CAS,
CACNAIA, CACNAIB, CACNAIC, CACNAID, CACNAIE, CACNAIF, CACNAIG, CACNAIH, CACNAIS, CACNA2D2,
CACNB2, CACNB4, CAD, CAMK2A, CAMK2B, CAMK2G, CAMTAI, CAPNI1, CAPN3, CARDI1, CARS2, CASK, CASQ!,
CASR, CAT, CAVI, CAV3, CAVINI, CBL, CBS, CC2D1A, CC2D2A, CCDCI15, CCDC22, CCDC40, CCDC?78, CCDC88A,
CCDC88C, CCM2, CCNF, CCT)5, CD320, CD59, CD96, CDHI11, CDH15, CDK5RAP2, CDKL5, CDON, CEL, CENPF,
CENPJ, CEP135, CEP152, CEP164, CEP290, CEP41, CEP63, CERS1, CERTI!, CFAP418, CFL2, CHAMP1, CHAT, CHCHD!10,
CHCHD2, CHDI1, CHD2, CHD3, CHD? CHD8, CHKB, CHLI, CHMPIA, CHMP2B, CHRNAI CHRNA2 CHRNA4,
CHRNA7?, CHRNBI, CHRNB2, CHRND, CHRNE, CHRNG, CHST14, CHSY1, CIB2, CIC, CILKI1, CISD2, CIT, CLCN],
CLCN2, CLCN4, CLCNKA, CLCNKB, CLDN16, CLDN19, CLN3, CLN5, CLN6, CLN8, CLP1, CLPB, CLPP, CLTC, CNBP,
CNGB3, CNKSR2, CNNM2, CNPY3, CNTN4, CNTNAPI, CNTNAP2, COAS5, COA6, COA?, COAS8, COASY, COGI,
COG4, COGS, COGh, COGZ COG8, COLIA2, COLI2A1, COLI3A1, COLI8AT, COL2A1, COL4A1, COL4A2, COLG6A],
COL6A2, COL6A3, COLGALTI, COLQ, COMT, COQ2, COQ4, COQ6, COQZ COQBA, COQ8B, CONY, COXI10, COXI14,
COX15, COX20, COX412, COX6A1, COX6BI, COX7B, CP, CPA6, CPLXI, CPOX, CPS1, CPTIA, CPTIC, CPT2, CRADD,
CRBN, CREBBP, CRIPT, CRLFI, CRPPA, CRYAB, CSFIR, CSMDI1, CSNK2B, CSPP1, CSRP3, CST3, CSTB, CTC1, CTCF,
CTDP1, CTNNA2, CTNNA3, CTNNBI, CTNS, CTSA, CTSC, CTSD, CTSF, CTSK, CUL3, CUL4B, CUL7, CUXI, CUX2,
CWFI9L1, CX3CRI, CYB5A, CYB5R3, CYCI, CYCS, CYFIP2, CYLD, CYPNATL CYPNBI, CYPIIB2, CYP24Al, CYP27A],
CYP27B1, CYP2U1, CYP7BI, D2HGDH, DABI, DAGI, DARS1, DARS2, DBT, DCAF17, DCTN1, DCX, DDC, DDHD1, DDHD?2,
DDOST, DDX3X, DEAF1, DEGS1, DENNDSA, DEPDCS, DES, DGUOK, DHCR24, DHCR?, DHDDS, DHFR, DHH, DHODH,
DHPS, DHTKD1, DHX30, DIABLO, DIAPH1, DIAPH3, DIP2B, DKCI, DLAT, DLD, DLG3, DLG4, DLGAP2, DLL3, DLXS,
DMD, DMGDH, DMPK, DMXL2, DNA2, DNAJB2, DNAJB6, DNAJCI12, DNAJCI3, DNAJCI9, DNAJCS5, DNAJC6, DNMT,
DNMIL, DNM2, DNMTI1, DNMT3A, DOCK3, DOCK6, DOCK?, DOCKS8, DOK?, DOLK, DPAGTI!, DPF2, DPM1, DPM2,
DPM3, DPP6, DPYD, DPYS, DRD3, DST, DSTYK, DTNBP1, DVL3, DYM, DYNCIHI, DYNC2H1, DYRKIA, DYSF, EARS2,
EBF3, EBP, ECELI, ECHSI, EDC3, EDN3, EDNRB, EEF1A2, EFHCI, EFTUD2, EGF, EGR2, EHMT1, EIF2B1, EIF2B2, EIF2B3,
EIF2B4, EIF2B5, EIF2S3, EIF3F, EIF4GI, ELAC2, ELOVL4, ELOVLS, ELP1, ELP2, EMCI10, EMD, EMLI1, EMX2, ENO3,
ENTPDI1, EP300, EPB4ILI, EPGS5, EPHX2, EPM2A, EPRSI!, ERBB4, ERCCI, ERCC2, ERCC5, ERCC6, ERCCS8, ERLINI,
ERLIN2, ESCO2, ETFA, ETFB, ETFDH, ETHE!, EWSR1, EXOC6B, EXOSC3, EXOSC8, EXOSCY, EXTI, EZH2, F2, F5,
FA2H, FADD, FAH, FAMI126A, FANI, FANCB, FARS2, FARSB, FASTKD2, FAT2, FBLNS, FBNI1, FBN2, FBXL4, FBXO1,
FBXO38, FBXO?7, FDX2, FDXR, FECH, FEZF1, FGA, FGDI1, FGD4, FGF10, FGF12, FGF14, FGFR2, FGFR3, FH, FHL1, FIG4,
FKBP10, FKBP14, FKRP, FKTN, FLADI!, FLNA, FLNC, FLVCR!, FLVCR2, FMN2, FOLRI, FOXCI, FOXGI, FOXL2, FOXP1,
FOXP2, FOXRED!, FRMD?7, FRMPD4, FRRSIL, FTL, FTO, FTSJ1, FUCA1, FUS, FUT8, FXN, FXRI, FXYD2, G6PD, GAA,
GABBR2, GABRA1, GABRA2, GABRAS5, GABRB1, GABRB2, GABRB3, GABRD, GABRE, GABRG2, GADI, GALC, GALNS,
GALT, GAMT, GAN, GARS1, GATAD2B, GATM, GBA, GBA2, GBEIl, GCDH, GCH1, GCK, GCSH, GDAP1, GDI1, GDNF,
GFAP, GFER, GFM1, GFM2, GFPT1, GIGYF2, GJA1, GJBI, GJB3, GJC2, GK, GLA, GLB1, GLDC, GLDN, GLEl, GLI2, GLI3,
GLO1, GLRAI, GLRB, GLRXS5, GLUD1, GLUL, GLYCTK, GM2A, GMPPA, GMPPB, GNAL, GNAO1, GNAQ), GNAS, GNBI,
GNB4, GNB5, GNE, GNPAT, GNPTAB, GNPTG, GNS, GOSR2, GOT2, , GPAATL, GPC3, GPC4, GPC6, GPHN, GPI, GPT2,
GPX1, GRHPR, GRIAI, GRIA2, GRIA3, GRIA4, GRID2, GRIK2, GRINT, GRIN2A, GRIN2B, GRIN2D, GRIP1, GRM1, GRN,
GSN, GSR, GSS, GTPBP2, GTPBP3, GUF!, GUSB, GYG!, GYSI, HACE!, HADH, HADHA, HADHB, HAMP, HARS2, HAX],
HBB, HCCS, HCFC1, HCN1, HDAC4, HDAC8, HECW2, HEPACAM, , HERC2, HESX1, HEXA, HEXB, HGSNAT, HIBCH,
HIKESHI, HINT!, HIVEP2, HKI, HLCS, HMBS, HMGCL, HMGCS2, HNMT, HNRNPA1, HNRNPA2B1, HNRNPDL,
HNRNPH2, HNRNPR, HNRNPU, HOGA1, HOXAI, HOXD10, HPCA, HPD, HPRTI, HPS1, HPS4, HPS5, HPS6, HRAS,
HSD11B1, HSD17B10, HSD17B4, HSD3B2, HSPA9, HSPBI, HSPB3, HSPB8, HSPD1, HSPG2, HTRA1, HTRA2, HUWEI
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HYAL!, HYDIN, IARS2, IBA57, IDH2, IDH3B, IDS, IDUA, IER3IP1, IFIHT, IFT140, IFT172, IFT27, 1GBP1, IGFl, IGFIR,
IGHMBP2, ILIRAPLI, IMPAT INF2, INPPSE, INVS, IQSEC2, IRF2BPL, IRXS5, ISCAIL ISCA2, ISCU, ITGA? ITGBS3,
ITM2B, ITPA, ITPR1, IVD, JAGI, JAM2, JAM3, KANKI, KANSLI, KARSI, KAT6A, KAT6B, KAT8, KATNBI1, KBTBDI13,
KCNAT KCNA2, KCNB1, KCNCI1, KCNC3, KCND3, KCNE3, KCNHT1, KCNJ1, KCNJ10, KCNJ2, KCNKI18, KCNK4, KCNK9,
KCNMAI, KCNQ2, KCNQ3, KCNQS5, KCNTI1, KCNT2, KCTD17, KCTD3, KCTD7, KDM4B, KDM5B, KDM5C, KDM6A,
KIAAT109, KIDINS220, KIF11, KIF14, KIFIA, KIF1B, KIFIC, KIF21A, KIF2A, KIF5A, KIFSC, KIF7Z, KIFBP, KIRREL3, KLHL40,
KLHL41, KLHL?, KMT2A, KMT2B, KMT2C, KMT2D, KMT2E, KMT5B, KNL1, KPTN, KRAS, KRIT1, KRT5, KRTS8, KY,
LICAM, L2HGDH, LAMAI, LAMA2, LAMB1, LAMB2, LAMC3, LAMP2, LARGE!, LARS2, LAT, LBR, LDB3, LDHA, LEP,
LG, LGI4, LHX3, LHX4, LIAS, LIMS2, LINS1, LIPA, LIPTI, LIPT2, LITAF, LMAN2L, LMBRD1, LMNA, LMNBI1, LMOD3,
LMXI1B, LONP1, LPIN1, LRBA, LRP1, LRP10, LRP2, LRP4, LRPPRC, LRRK2, LRSAMI, LYRM?7, LYST, LZTFLI, LZTR1,
MACF1, MAF, MAG, MAGEL2, MAGI2, MAGTI, MAMLDI, MANI1B1, MAN2B1, MANBA, MAOA, MAP2K1, MAP2K2,
MAPT, MARSI, MARS2, MASP1, MATR3, MBD5, MBOAT? MBTPS2, MCCCI, MCCC2, MCEE, MCM4, MCMG6,
MCOLNI1, MCPH1, MDH2, MECP2, MECR, MED12, MEDI13, MED13L, MED17, MED23, MED25, MEF2C, MEGF10, MEIS2,
METTL23, MFF, MFN2, MFRP, MFSD2A, MFSD8, MGAT2, MGMEI, MIBI1, MICU1, MID1, MIPEP, MITF, MKKS, MKS],
MLCI, MLPH, MLYCD, MMAA, MMAB, MMACHC, MMADHC, MMUT, MOCS1, MOCS2, MOGS, MPCI, MPDUJ,
MPDZ, MPI, MPV17, MPZ, MREI!, MRPL3, MRPL44, MRPS16, MRPS2, MRPS22, MRPS34, MSMOI1, MSR1, MSRB3,
MSTOI1, MSX1, MSX2, MTFMT, MTHFDI, MTHFR, MTHFS, MTM1, MTMR14, MTMR2, MTO1, MTOR, MTPAP, MTR,
MTRFR, MTRR, MTTP, MUSK, MYBPCI, MYBPC3, MYCN, MYH2, MYH3, MYH7, MYHS8, MYLI, MYL2, MYMK,
MYOI18B, MYOIE, MYOS5A, MYO9A, MYO9B, MYORG, MYOT, MYPN, MYTIL, NAA10, NAA15, NACCI, NADK2, NAGA,
NAGLU, NAGS, NALCN, NARS2, NAXD, NAXE, NBAS, NBEA, NCAPD3, NDEl, NDP, NDRGI!, NDSTI, NDUFAT1,
NDUFA10, NDUFAT1, NDUFAI12, NDUFA2, NDUFA6, NDUFA9, NDUFAF!1, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAFS,
NDUFAF6, NDUFB11, NDUFB3, NDUFB8, NDUFB9, NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFSS,
NDUFV1, NDUFV2, NEB, NECAP1, NECTINT, NEDD4L, NEFH, NEKI, NEK10, NEUI, NEUROD2, NEXMIF, NFl, NFE2L2,
NFIA, NFIB, NFIX, NFUI, NGF, NGLY1, NHEJ1, NHLRCI1, NHS, NIPAI, NIPBL, NKX6-2, NLGN3, NLGN4X, NLRP12,
NLRP3, NNT, NOTCH1, NOTCH2, NOTCH3, NPC1, NPC2, NPHP1, NPHP3, NPR2, NPRL2, NPRL3, NR2F1, NR3C2,
NRXNT1, NSD1, NSD2, NSDHL, NSMCE3, NSUN2, NT5C2, NTHLI1, NTRKI, NTRK2, NUBPL, NUP133, NUP62, NUS1, OAT,
OCLN, OCRL, ODAD4, OFD1, OGDH, OPAl, OPA3, OPHNI, OPTN, ORCI1, OSGEP, OTC, OTUD6B, OXCTI!, P4HA2,
P4HB, PAHTM, PACS1, PACS2, PAFAH1BI, PAH, PAK1, PAK3, PAM16, PANK2, PARK?, PARS2, PAX3, PAX6, PAX7, PBX],
PC, PCBDI1, PCCA, PCCB, PCDH12, PCDHI15, PCDH19, PCK2, PCNT, PCYT2, PDCD!1, PDCDI10, PDEIOA, PDE6D, PDESB,
PDGFB, PDGFRB, PDHA1, PDHB, PDHX, PDK3, PDP1, PDSS1, PDSS2, PDX1, PDYN, PER2, PET100, PEXI, PEX10, PEXIIB,
PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PEX?, PFKM, PFN1, PGAM2, PGAP1, PGAP2, PGK1,
PGM1, PHACTR1, PHF6, PHF8, PHGDH, PHIP, PHKAI, PHOX2B, PHYH, PIEZO2, PIGA, PIGB, PIGC, PIGG, PIGH,
PIGL, PIGN, PIGO, PIGP, PIGQ, PIGS, PIGT, PIGU, PIGV, PIGW, PIK3CA, PIK3R2, PIK3R5, PINKI, PIP5KIC, PITXI,
PITX2, PKLR, PLA2G6, PLAA, PLCBI, PLCG2, PLEC, PLEKHG2, PLEKHGS, PLKI, PLK4, PLN, PLOD2, PLP1, PLPBP,
PLXNB3, PMM2, PMP22, PMPCA, PMPCB, PNKD, PNKP, PNPLA2, PNPLAG6, PNPLA8, PNPO, PNPT1, POGLUT1, POGZ,
POLAI, POLG, POLG2, POLRIC, POLRID, POLR3A, POLR3B, POMGNTI, POMGNT2, POMK, POMTI, POMT2, PON,
POP1, PORCN, POTI!, POUIFl, PPMID, PPOX, PPP2CA, PPP2RIA, PPP2R5D, PPP3CA, PPTI, PQBP!1, PREPL, PRF1,
PRICKLE!, PRICKLE2, PRKAG2, PRKCA, PRKCG, PRKN, PRKRA, PRMT7, PRNP, PRODH, PROP1, PRPH, PRPS1, PRRT2,
PRRXI1, PRSS12, PRX, PSAP, PSAT!, PSEN1, PSEN2, PSMD12, PSPH, PTCHI1, PTCHDI1, PTEN, PTFIA, PTPN1, PTPN23,
PTPRC, PTRH2, PTS, PUMI, PURA, PUS1, PUS3, PXDN, PYCRI, PYCR2, PYGM, PYROXDI, QARSI, QDPR, QRICH]I,
RABI1A, RABI1B, RAB18, RAB27A, RAB39B, RAB3GAP!, RAB3GAP2, RAB7A, RACI, RAD21, RAD50, RAF1, RAI1, RALA,
RALGAPAL, RAPIGDSI, RAPSN, RARS!, RARS2, RBBP8, RBCKI, RBFOXI, RBM10, RBM8A, RDH11, REEP1, REEP2, RELN,
RERE, REST, RET, RETREGI, RFT1, RHOBTB2, RIMSI, RIN2, RMNDI1, RNASEH1, RNASEH2A, RNASEH2B, RNASEH2C,
RNASET?2, RNF113A, RNF13, RNF135, RNF168, RNF170, RNF216, ROBO2, ROGDI, ROR2, RORA, RORB, RPGRIPIL, RPIA,
RPL10, RPL35A, RPS14, RPS6KA3, RRM2B, RTN2, RTN4IP1, RTTN, RUBCN, RUSC2, RXYLTI!, RYRI, SACS, SALLI,
SAMDIL, SAMHDI1, SARS2, SASHI, SASS6, SATB2, SBDS, SBF1, SBF2, SC5D, SCARB2, SCNI10A, SCNIA, SCNIB,
SCN2A, SCN3A, SCN4A, SCNBA, SCNIA, SCOI1, SCO2, SCYLI, SDCCAGS8, SDHA, SDHAF!1, SDHAF2, SDHB, SDHD,
SEC23B, SECISBP2, SELENOI, SELENON, SEMAS5A, SEMA6B, SEPSECS, SERACI, SERPINII, SET, SETBP1, SETDIA,
SETD2, SETDS, SETX, SF3BI, SFXN4, SGCA, SGCB, SGCD, SGCE, SGCG, SGSH, SH3TC2, SHANK2, SHH, SHOC2,
SHROOM4, SIGMARI, SIKI, SILI, SIN3A, SIX3, SKI, SLCI2A3, SLCI2A5, SLCI2A6, SLCI3A3, SLCI3AS5, SLCI6AL,
SLC16A2, SLCI17AS5, SLCI8A3, SLCI19A2, SLCI9A3, SLCIA1L, SLCIA2, SLCIA3, SLCIA4, SLC20A2, SLC22A5, SLC25A1,
SLC25A12, SLC25A13, SLC25A15, SLC25A19, SLC25A20, SLC25A22, SLC25A26, SLC25A3, SLC25A38, SLC25A4,
SLC25A42, SLC25A46, SLC27A4, SLC2Al1, SLC2A10, SLC30A10, SLC33A1, SLC35A1, SLC35A2, SLC35A3, SLC35C1,
SLC39A14, SLC39A8, SLC3AI, SLC4A10, SLC4A4, SLC52A2, SLC52A3, SLC5A7, SLC6ATL, SLCO6AT17, SLCO6A19, SLC6AS,
SLC6A4, SLCBAS, SLCOHA8, SLC6A9, SLC7A7, SLCIA6, SLCIA9, SLCOI1B3, SMAD4, SMARCA2, SMARCA4, SMARCBI,
SMARCC2, SMARCE!, SMCIA, SMC3, SMCHDI1, SMPD1, SMPD4, SMS, SNAI2, SNAP25, SNAP29, SNCA, SNCB, SNIP1,
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SNTAIL, SNX14, SNX27, SOBP, SOD1, SOD2, SON, SORLI, SOSI, SOX10, SOX11, SOX2, SOX3, SOX5, SPART, SPAST,
SPATAS, SPEG, SPGII, SPG21, SPG7, SPR, SPTAN1, SPTBN2, SPTBN4, SPTLCI, SPTLC2, SQSTM1, SRCAP, SRD5A3,
SSR4, ST3GAL3, ST3GALS5, STACS3, STAGI, STAMBP, STAR, STATI, STAT2, STIL, STIMI, STRA6, STRADA, STT3A,
STUBI1, STX1B, STXBP1, SUCLA2, SUCLGI, SUGCT, SUMF1, SUN2, SUOX, SURF1, SYN1, SYN2, SYNE!, SYNE2, SYNGAP1,
SYNJ1, SYP, SYT2, SZT2, TACOI, TAF!l, TAFI13, TAF15, TAF2, TAF6, TAFAZZIN, TANGO2, TAOK!, TARDBP, TARS2,
TBC1D20, TBC1D23, TBCI1D24, TBCD, TBCE, TBCK, TBKI1, TBLIXR1, TBR1, TBX1, TBX3, TCAP, TCF20, TCF4, TCIRG,
TCOF1, TCTNI1, TCTN2, TCTN3, TDP1, TDP2, TECPR2, TECR, TECTA, TENM4, TET2, TFAP2A, TFAP2B, TFG, TFR2, TG,
TGFB1, TGFB3, TGIF1l, TGM6, TH, THAP!, THRA, THRB, TIAl, TIMMS50, TIMMS8A, TIMMDCI, TINF2, TK2, TLK2,
TMCO1, TMEMI106B, TMEM126A, TMEMI126B, TMEMI138, TMEMI165, TMEMI199, TMEM216, TMEM230, TMEM231,
TMEM237, TMEM240, TMEM43, TMEMG67, TMEM70, TMLHE, TMTC3, TMX2, TNIK, TNK2, TNNI2, TNNTI1, TNNT3,
TNPO3, TOEl, TOP3A, TORIA, TORIAIP!, TPI1, TPK1, TPM2, TPM3, TPO, TPP1, TRAF3IP1, TRAF7, TRAKI, TRAPPCI],
TRAPPC4, TRAPPC9, TREM2, TREX!, TRIM2, TRIM32, TRIMS8, TRIO, TRIP12, TRIP4, TRITI, TRMTI0A, TRMTIOC,
TRMTS, TRMU, TRNTI, TRPC6, TRPMI, TRPMG6, TRPS1, TRPV4, TRRAP, TSCIl, TSC2, TSENI15, TSEN2, TSEN34,
TSENS4, TSFM, TSHB, TSHR, TSPAN?7, TTBK2, TTC19, TTC21B, TTC8, TTI2, TTN, TTPA, TTR, TUBAIA, TUBA4A,
TUBAS, TUBB2A, TUBB2B, TUBB3, TUBB4A, TUBGI, TUBGCP4, TUBGCP6, TUFM, TUSC3, TWISTI, TWNK, TYMP, TYR,
TYROBP, UBAI, UBAS5, UBAPI, UBE2A, UBE3A, UBE3B, UBQLN2, UBRI1, UBTF, UCHLI1, UFMI, UGP2, UMPS, UNCS8O0,
UNG, UPBI, UPF3B, UQCC2, UQCRB, UQCRC2, UQCRQ, UROCI, USH2A, USP8, USP9X, USP9Y, VAMPI, VAMP2,
VANGLI, VAPB, VARSI, VARS2, VCP, VDR, VHL, VIPAS39, VLDLR, VMA21, VPS!1, VPSI3A, VPSI3B, VPSI3C, VPSI3D,
VPS33B, VPS35, VPS37A, VPS53, VRKI, WAC, WARS2, WASFI, WASHC4, WASHCS5, WDFY3, WDR26, WDR37, WDR45,
WDR45B, WDR62, WDR73, WDRS81, WFS1, WNKI1, WNT1, WNTS5A, WNT7A, WWOX, XK, XPNPEP3, XPR1, YAP!, YARSI,
YARS2, YWHAE, YWHAG, YY1, ZBTBI6, ZBTB18, ZBTB20, ZBTB24, ZC3H14, ZC4H2, ZDHHC9, ZEB2, ZFYVE26,
ZFYVE27, ZICl, ZIC2, ZIC3, ZMYNDII, ZNF142, ZNF292, ZNF335, ZNF41, ZNF423, ZNF699, ZNF711, ZNF81

Panel de epilepsia

Si bien algunos tipos de convulsiones se clasifican facilmente (es decir, parciales o
generalizadas), otros no lo son o pueden convertirse mas tarde en diferentes tipos (es
decir, convulsiones parciales con generalizacion secundaria), lo que hace que las pruebas
de panel especificas tengan menos probabilidades de lograr un diagnostico. Nuestro
panel de epilepsia es un panel dirigido por fenotipo que cubre diferentes tipos de
sindromes convulsivos, que abarcan el sindrome de Dravet, la encefalopatia epiléptica
infantil temprana, la epilepsia parcial, la epilepsia generalizada, la ausencia de epilepsia,
el panel de epilepsia mioclonica y la hipomagnesemia. Este panel no incluye genes
mitocondriales (es decir, genes que causan epilepsia mioclonica con fibras rojas
irregulares -MERRF-). Si la sospecha clinica esta orientada a trastornos metabdlicos o

mitocondriales, solicite CentoMito Comprehensive.

Incluye 784 genes: AARSI, AARS2, ABAT, ABCC8, ABCDI, ABCD3, ACAD9, ACADM, ACADS, ACADVL, ACOXI,
ACTL6B, ACY1, ADA, ADAM22, ADAMTSI10, ADAMTSL2, ADAR, ADGRGI, ADSL, AFF3, AFG3L2, AGA, AGK, AGPS,
AIFMI, AIMP1, AIMP2, ALDH3A2, ALDH5AI, ALDH7A1, ALDOB, ALGI, ALGH, ALGI2, ALGI3, ALG2, ALG3, ALGS,
ALGS, ALGY, ALPL, AMPD2, AMT, ANK3, ANTXR2, AP2M1, AP3BI, AP3B2, AP4B1, AP4El, AP4MI, AP4S1, APP, APTX,
ARGI, ARHGAP31, ARHGEF9, ARSA, ARSB, ARVI, ARX, ASAHI, ASL, ASNS, ASPA, ASSI, ASXLI, ATM, ATPI3A2,
ATPIA2, ATP6API, ATP6VOA2, ATP6VIA, ATP7A, ATP7B, ATPAF2, ATRX, AUH, B3GALNT2 B3GLCT, B4GALTI,
BCAP31, BCKDHA, BCKDHB, BCSIL, BESTI, BOLA3, BRATI, BTD, Ci2orf57 Cl9orfi2, CA5A, CACNAIA, CACNAIE,
CACNAIH, CACNA2D2, CACNB4, CARS2, CASK, CAVI, CBS, CCDCI15, CCDC88A, CDKL5, CERSI, CHD2, CHMP2B,
CHRNA?2, CHRNA4, CHRNA?, CHRNB2, CIC, CLCN2, CLCN4, CLDN16, CLDN19, CLN3, CLN5, CLN6, CLN8, CLP!,
CLPP, CLTC, CNNM2, CNPY3, CNTNAPI, CNTNAP2, COA?, COA8, COASY, COGI, COG4, COG5, COG6, COG?,
COG8, COLIIA2, COLI8AI, COL2AI, COL4A1, COL4A2, COLGALTI, COQ2, COQ8A, COQY, COXI0, COX15, COX20,
COXB6B1, CP, CPAB, CPLXI, CPSI, CPTIA, CPT2, CSFIR, CSNK2B, CSTB, CTCI, CTNNA2, CTNS, CTSA, CTSC, CTSD,
CTSF, CTSK, CYFIP2, CYP27A1, CYP2U1, CYP?BI, D2HGDH, DAGI, DARSI, DARS2, DBT, DCAF17, DCX, DEAFI, DEGS],
DENNDS5A, DEPDC5, DGUOK, DHCR?, DHDDS, DHFR, DHX30, DIAPH1, DKCI, DLAT, DLD, DLL3, DNAJC5, DNMI,
DNMIL, DOCK6, DOCK?, DOLK, DPAGTI, DPM1, DPM2, DPM3, DPYD, DPYS, DYM, DYRKIA, EARS2, ECHSI, EEFIA2,
EFHCI, EGF, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EIF3F, EMCI0, EMLI, EPG5, EPM2A, EPRSI, ERCC6, ERCCS,
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ETFA, ETFB, ETFDH, ETHE!, F2, F5, FA2H, FAH, FAMI26A, FARS2, FARSB, FASTKD2, FBXL4, FDX2, FGF12, FH, FHL{,
FIG4, FKRP, FLVCR2, FOLRI, FOXG!, FOXRED!, FRRSIL, FTL, FUCAI, FUT8, FXYD2, GAA, GABBR2, GABRA1, GABRA?2,
GABRBI1, GABRB2, GABRB3, GABRD, GABRG2, GAD1, GALC, GALNS, GALT, GAMT, GAN, GBA, GBEl, GCDH, GCH1,
GFAP, GFER, GFM1, GFM2, GFPT1, GJA1, GJB1, GJC2, GLA, GLB1, GLDC, GLUD1, GLUL, GM2A, GMPPA, GNAO(,
GNAQ, GNB5, GNE, GNPAT, GNPTAB, GNPTG, GNS, GOSR2, GOT2, GPAAl GPC3, GRIA2, GRIN1, GRIN2A,
GRIN2B, GRIN2D, GRN, GTPBP2, GTPBP3, GUFI, GUSB, HACE!, HADHA, HADHB, HCFC1, HCN1, HEPACAM, HEXA,
HEXB, HGSNAT, HIBCH, HIKESHI, HLCS, HMGCL, HMGCS2, HNRNPR, HNRNPU, HRAS, HSD17B4, HSPD1, HTRAT,
IARS2, IBAS7, IDS, IDUA, IER3IP1, IFIH1, IQSEC2, ISCA2, ITPA, IVD, JAGI JAMS, KAT8, KCNAI, KCNA2, KCNBI,
KCNCI, KCNH1, KCNJ10, KCNK4, KCNMAT, KCNQ2, KCNQ3, KCNTI, KCNT2, KCTD3, KCTD7, KIAAN09, KIF2A,
KIFS5A, KMT2E, L2HGDH, LAMA2, LAMB1, LAMP2, LARGEI, LAT, LDB3, LGI1, LIAS, LIPA, LIPTI, LMNBI, LRPPRC,
LYRM7, LYST, MAF, MAGTI, MANIBI, MAN2B1, MANBA, MAP2KI, MAP2K2, MARS2, MBD5, MCCCI, MCCC2,
MCOLNI, MDH2, MECP2, MECR, MEDI?, MEF2C, MFF, MFN2, MFSD8, MGAT2, MGME!, MLCI, MLPH, MMAA,
MMAB, MMACHC, MMADHC, MMUT, MOCSI, MOCS2, MOGS, MPDU1, MPI, MPV17, MRPS22, MT-ATP6, MT-ATPS,
MT-COI1, MT-CO2, MT-CO3, MT-CYB, MT-ND1, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-
RNRI, MT-RNR2, MT-TA, MT-TC, MT-TD, MT-TE, MT-TF, MT-TG, MT-TH, MT-TI, MT-TK, MT-TL1, MT-TL2, MT-TM,
MT-TN, MT-TP, MT-TQ, MT-TR, MT-TS1, MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY, MTFMT, MTHFR, MTHFS,
MTOR, MTR, MTRFR, MYO5A, MYOT, NAGA, NAGLU, NAGS, NARS2 NAXD, NAXE NBAS, NDE!, NDUFA],
NDUFA10, NDUFAT11, NDUFA12, NDUFA2, NDUFA9, NDUFAF1, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6,
NDUFB3, NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2, NECAP1, NEDDA4L,
NEU1, NEUROD2, NEXMIF, NF1, NFE2L2, NFU1, NGLY1, NHLRC1, NOTCH1, NOTCH3, NPCI, NPC2, NPR2, NPRL2,
NPRL3, NRXNI1, NSD2, NUBPL, NUSI, OAT, OCLN, OCRL, OPA1, OPA3, OSGEP, OTC, OTUD6B, P4HTM, PACS?2,
PAFAHI1B1, PAH, PAKI, PANK2, PARS2, PC, PCCA, PCCB, PCDH12, PCDH19, PCYT2, PDHA1, PDHB, PDHX, PDP1, PDSST,
PDSS2, PDYN, PET100, PEXI1, PEX10, PEX11B, PEX12, PEXI13, PEX14, PEXI16, PEX19, PEX2, PEX26, PEX3, PEXS, PEX6, PEX7,
PGAP1, PGK1, PGM1, PHACTRI, PHGDH, PHYH, PIGA, PIGB, PIGH, PIGO, PIGP, PIGQ, PIGS, PIGT, PIGU, PIGYV,
PIGW, PLA2G6, PLAA, PLCB1, PLCG2, PLEKHG?2, PLKI1, PLP1, PMM2, PMP22, PMPCB, PNKP, PNPO, PNPTI, POLG,
POLG2, POLRIC, POLR3A, POLR3B, POMK, POMTI, PPP2CA, PPP2R1A, PPP3CA, PPTI, PRF1, PRICKLEI, PRICKLE2,
PRMT?7, PRODH, PRPSI, PRRT2, PSAP, PSEN1, PTEN, PTPN23, PTS, PUMI, PURA, PYCR2, QARS1, QDPR, RABMA,
RABI11B, RAB27A, RAI1, RALA, RALGAPAIL, RARSI, RARS2, RELN, RFT1, RHOBTB2, RMNDI1, RNASEH2A, RNASEH2B,
RNASEH2C, RNASET2, RNF113A, RNF13, RNF216, ROGDI, RORA, RORB, RPIA, RRM2B, RTN4IP1, SAMHDI, SCARB2,
SCNIA, SCNIB, SCN2A, SCN3A, SCN8A, SCN9A, SCO1, SCO2, SDHA, SDHAF1, SDHB, SDHD, SEC23B, SELENOI,
SEMAGB, SEPSECS, SERACI, SERPINI1, SETDIA, SGCE, SGSH, SIK1, SLC12A3, SLCI2A5, SLCI3A3, SLCI3AS5, SLCI6A2,
SLCI7A5, SLCI9A3, SLCIA2, SLCIA4, SLC22A5, SLC25A1, SLC25A12, SLC25A13, SLC25A15, SLC25A20, SLC25A22,
SLC25A3, SLC25A4, SLC2AI1, SLC33A1, SLC35A1, SLC35A2, SLC35C1, SLC39A8, SLCO6AT, SLCO6A8, SLC7A7, SLCIAG,
SMCIA, SMPDI1, SNIP1, SNTAT1, SNX27, SON, SOX10, SPART, SPATAS, SPGI1, SPG7, SPTANI, SRD5A3, SSR4, ST3GALS,
ST3GALS, STAMBP, STATI, STT3A, STXIB, STXBP1, SUCLA2, SUCLGI, SUMF1, SUOX, SURF!, SYN1, SYNE!, SYNGAP1,
SYNJ1, SZT2, TACOI1, TBC1D24, TBCD, TBCE, TBCK, TCF4, TDP2, TGFB1, TIMMS0, TIMMSA, TINF2, TK2, TMEM106B,
TMEMI126A, TMEM165, TMEM199, TMEM70, TMX2, TNK2, TPK1, TPP1, TRAKI, TRAPPC4, TRAPPC9, TREM2, TREX],
TRIMS8, TRPM6, TRPV4, TSCI, TSC2, TSENS54, TSFM, TTCI19, TUBAIA, TUBB2A, TUBB2B, TUBB4A, TUBGI, TUFM,
TUSC3, TWNK, TYMP, TYROBP, UBE2A, UBE3A, UFMI1, UGP2, UMPS, UPB1, UQCRQ, VAMP2, VARSI, VARS2, VCP,
VPS11, WARS2, WASF1, WDR37, WDR45, WDR45B, WDR73, WFS1, WWOX, YWHAG, ZEB2, ZFYVE26, ZNF142, ZNF335

Panel de discapacidad intelectual

Incluye genes asociados con discapacidades intelectuales que cubren todos los
mecanismos de herencia, asi como autismo sindromico y no sindromico, microcefalia,
trastornos de migracion neuronal, regresion del desarrollo y Aicardi Goutierres. La
deteccion del sindrome X fragil es posible ya que nuestro panel incluye la expansion

repetida de FMRI.

Incluye 817 genes: ABAT, ABCA?, ABCDI, ACE, ACHE, ACSL4, ACTB, ACTGI, ACTN4, ADA, ADAR, ADAT3, ADCY5,
ADGRGI, ADK, ADNP, ADSL, AFF2, AHDCI, AHI1, AIMP1, AKT3, ALDH18AI, ALDH5A1, ALDH7AI, ALGl, ALG13, ALX4,
AMMECR1, AMPDI, AMPD2, AMT, ANK2, ANK3, ANKLE2, ANKRDII, APISI, APIS2, AP2MI, AP3BI, AP4BI, AP4MI,
ARFGEF2, ARHGEFI0, ARHGEF6, ARHGEF9, ARIDIA, ARIDIB, ARID2, ARLI3B, ARX, ASAHI, ASCLI, ASHIL, ASPM,
ASTN2, ASXL1, ASXL3, ATPI3A2, ATPIAI, ATPIA3, ATP6AP2, ATP6VOA2, ATPZA, ATP8A2, ATR, ATRX, AUTS2,
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B3GALNT2, B4GATI, BOD1, B9D2, BBS4, BCAP31, BCKDK, BCLNA, BCOR, BCSIL, BDNF, BLOCIS1, BLOCIS3, BLOCISS,
BRAF, BRCA2, BRWD3, Cl2orf4, Cl20orf57, C190rf12, CA2, CA8, CACNAIA, CACNAIC, CACNAID, CACNAIE, CACNATIF,
CACNAIG, CACNAIH, CACNB2, CAMK2A, CAMK2B, CAMK2G, CAMTAL, CARDI1, CASK, CBS, CC2DIA, CC2D2A,
CCDC22, CCDC40, CCDC88C, CDH11, CDH15, CDK5RAP2, CDKLS5, CDON, CENPF, CENPJ, CEP135, CEP152, CEP290,
CEP41, CEP63, CERTI, CHAMP1, CHD1, CHD2, CHD3, CHD? CHD8, CHL!, CHMP1A, CIB2, CIC, CIT, CLCN4, CLNS,
CLP1, CLTC, CNGB3, CNKSR2, CNTN4, CNTNAP2, COASY, COL4A1, CPT2, CRADD, CRBN, CREBBP, CRIPT, CRPPA,
CSMDt1, CSPP1, CTCI, CTCF, CTNNAS3, CTNNBI, CUL3, CUL4B, CUL7, CUXI, CUX2, CX3CRI, CYB5R3, CYP11B1,
CYP27A1, DARS1, DARS2, DCAF17, DCX, DDC, DDX3X, DEAF1, DHCR?, DIP2B, DKCI, DLG3, DLG4, DLGAP2, DLXS,
DMXL2, DNM1, DNMT3A, DOCKS, DPF2, DPP6, DPYD, DRD3, DST, DTNBP1, DVL3, DYM, DYNCIHI, DYRKIA, EBF3,
EDC3, EDN3, EDNRB, EEFIA2, EFTUD2, EHMTI, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EIF2S3, ELOVL4, ELP2,
EMCI0, EMX2, EP300, EPBA41L1, ETFB, EXOC6B, EXOSC3, EXOSCY9, EXTI, EZH2, FAMI26A, FAN1, FANCB, FBNI,
FBXOT11, FGA, FGD1, FGFR2, FGFR3, FH, FKRP, FKTN, FLNA, FLVCR1, FMN2, FMRI1, FOLR1, FOXCI, FOXGI, FOXL2,
FOXP1, FOXP2, FRMPD4, FTL, FTO, FTSJ1, G6PD, GABBR2, GABRAS5, GABRB3, GADI, GAMT, GATAD2B, GATM, GCK,
GDI, GDNF, GFAP, GIGYF2, GJC2, GK, GLI2, GLRB, GMPPA, GMPPB, GNAOI1, GNAS, GNBI, GPC3, GPC4, GPC6,
GPHN, GPT2, GPXl1, GRIAl, GRIA3, GRIA4, GRID2, GRIK2, GRINI, GRIN2A, GRIN2B, GRIP1, HBB, HCCS, HCFC],
HCN1, HDAC4, HDAC8, HECW2, HEPACAM, HERC2, HIVEP2, HNMT, HNRNPH2, HNRNPU, HOXAI, HPRTI, HPSI,
HPS4, HPS5, HPS6, HRAS, HSDI11B1, HSD17B10, HSPD1, HUWEI!, HYDIN, IDS, IER3IP1, IFIH1, IGBP1, IGF1, IGFIR,
ILIRAPLT, IMPAT, INPPSE, INVS, IQSEC2, IRF2BPL, IRX5, ITGA? ITGB3, ITPRI, JAGI, KANKI1, KANSLI, KATGA,
KAT6B, KATNBI, KCNBI, KCNCI, KCNC3, KCND3, KCNJ10, KCNK9, KCNMAI, KCNQ2, KCNQ3, KCNQS5, KDM4B,
KDMS5B, KDMSC, KDMGA, KIF1, KIF14, KIFIA, KIF5C, KIF7, KIFBP, KIRREL3, KMT2A, KMT2C, KMT2D, KMT5B, KNLI,
KPTN, KRAS, LICAM, LAMA1, LAMA2, LAMBI1, LAMC3, LAMP2, LARGEI, LEP, LINS1, LMANZ2L, LMXIB, LRBA, LRP],
LRP2, LZTR1, MACF1, MAGEL2, MAGT!, MAN1BI, MAOA, MBD5, MBOAT?, MBTPS2, MCCC2, MCM4, MCM6, MCPH{,
MECP2, MED12, MED13, MEDI13L, MED17?, MED23, MEF2C, MEGF10, MEIS2, METTL23, MFRP, MFSD2A, MGAT2, MIB],
MID1, MITF, MKKS, MKS1, MLCI, MPDZ, MSMOI1, MSRI1, MT-ATP6, MT-ATP8, MT-CO1, MT-CO2, MT-CO3, MT-CYB,
MT-ND1, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-RNR1, MT-RNR2, MT-TA, MT-TC, MT-TD,
MT-TE, MT-TF, MT-TG, MT-TH, MT-TIl, MT-TK, MT-TL1, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR, MT-TS1,
MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY, MTHFR, MTM1, MTOR, MTR, MYCN, MYOIE, MYO5A, MYO9B, MYTIL,
NAA10, NAA15, NACCI, NAGA, NALCN, NBEA, NCAPD3, NDE!l, NDP, NDST1, NDUFA1, NECTIN1, NEK10, NEXMIF,
NF1, NFIA, NFIB, NFIX, NHEJ1, NHS, NIPA1, NIPBL, NLGN3, NLGN4X, NOTCH2, NPHP1, NPHP3, NR2F1, NR3C2,
NRXNT1, NSD1, NSDHL, NSMCE3, NSUN2, NTRK1, NUP133, NUS1, OCLN, OCRL, ODAD4, OFD1, OPHNI1, ORCI1, OTC,
P4HA2, PACS1, PAFAHI1BI, PAH, PAKS3, PANK2, PAX3, PAX6, PBX1, PCDH15, PCDH19, PCNT, PDCDI1, PDE6D, PDHAL1,
PER2, PEXI, PEX10, PEX11B, PEX12, PEXI13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEXS, PEX6, PEX7 PGAP1, PGAP2,
PGKI1, PHF6, PHF8, PHIP, PIGA, PIGC, PIGG, PIGL, PIGN, PIGO, PIGV, PIK3R2, PITXI!, PITX2, PLA2G6, PLCB1, PLKI,
PLK4, PLN, PLP1, PNKP, POGZ, POLA1, POLRIC, POLRID, POLR3A, POLR3B, POMGNTI!, POMGNT2, POMK, POMT],
POMT2, PON1, PORCN, POTI1, PPMID, PPOX, PPP2R1A, PPP2R5D, PPT1, PQBP1, PRICKLE!, PRKCA, PRKN, PRODH,
PRPS1, PRSS12, PSMD12, PTCHI, PTCHD1, PTEN, PTPNM, PTPRC, PTS, PURA, PUS3, PXDN, PYCRI, PYCR2, QARS],
QRICHI1, RAB18, RAB39B, RAB3GAP!1, RAB3GAP2, RACI, RAD21, RAIl, RAPIGDS1, RARS2, RBBP8, RBFOXI1, RBMI0,
RELN, RERE, REST, RET, RIMS1, RNASEH2A, RNASEH2B, RNASEH2C, RNF168, ROBO2, ROGDI, ROR2, RPGRIPIL,
RPL10, RPS6KA3, RTTN, RUSC2, RXYLTI, SALLI, SAMHDI1, SASH1, SASS6, SATB2, SBFl, SC5D, SCNI1A, SCN2A,
SCN4A, SCN8BA, SCNIA, SCO2, SDCCAGS8, SDHA, SEPSECS, SET, SETBP1, SETD2, SETD5, SF3B1, SGCA, SHANK2,
SHH, SHROOM4, SIL1, SIN3A, SIX3, SLCI2A5, SLCI6A2, SLCIAL, SLC25A12, SLC25A15, SLC25A19, SLC27A4, SLC2AT,
SLC35A2, SLC35A3, SLC4A10, SLC4A4, SLC6A1, SLCO6AT17, SLC6A3, SLC6A4, SLCOA8, SLC?A7, SLCY9AL, SLCIAY9,
SLCO1B3, SMAD4, SMARCA2, SMARCA4, SMARCBI, SMARCC2, SMARCE!, SMCIA, SMC3, SMPD1, SMS, SNAI2,
SNAP25, SNAP29, SNIP1, SOBP, SODI1, SOX10, SOX11, SOX2, SOX3, SOX5, SPAST, SRCAP, SRD5A3, ST3GAL3, STAG],
STAMBP, STIL, STRA6, STXBP1, SYNI, SYN2, SYNEI, SYNGAPI, SYNJ1, SYP, TAF13, TAF2, TAF6, TAOKI, TBCI1D20,
TBC1D23, TBC1D24, TBCE, TBLIXR1, TBR1, TBX1, TBX3, TCF20, TCF4, TCOFI, TCTNI, TCTN2, TCTN3, TECR, TECTA,
TET2, TFAP2A, TGIF1, THRA, THRB, TIMMSA, TINF2, TLK2, TMCOI, TMEM138, TMEM216, TMEM231, TMEM?237,
TMEMG67, TMLHE, TMTC3, TNIK, TOEl, TPO, TRAF7? TRAPPC9, TREX1, TRIO, TRIP12, TRMTI0A, TRPC6, TRPM1,
TRRAP, TSC1, TSC2, TSEN15, TSEN2, TSEN34, TSEN54, TSPAN?Z, TTC2IB, TTI2, TTN, TUBAIA, TUBAS8, TUBB2B,
TUBB3, TUBB4A, TUBGCP4, TUBGCP6, TUSC3, TYR, UBE2A, UBE3A, UBE3B, UBR1, UNC80, UPF3B, UROCI, USH2A,
USP9X, USP9Y, VDR, VLDLR, VPSI3B, VPS53, VRKI, WAC, WASHC4, WDFY3, WDR26, WDR45, WDR62, WDR81, WNT1,
WNTSA, WWOX, YWHAE, YY1, ZBTBI8, ZBTB20, ZBTB24, ZC3H14, ZC4H2, ZDHHC9, ZEB2, ZFYVE26, ZICl, ZIC2,
ZIC3, ZMYNDI1, ZNF292, ZNF335, ZNF41, ZNF423, ZNF699, ZNF#11, ZNF81, MECR.

Genes de expansion de repeticion: FMRI
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Neurologia

Panel neuromuscular

Es ideal para pacientes con enfermedades musculares. Incluye genes que causan
enfermedades neuroldgicas y cubre trastornos, como miopatias metabdlicas, distrofias
musculares, Charcot-Marie-Tooth, sindromes miasténicos congénitos, miopatias
congénitas, miopatias miofibrilares, miopatias nemalinicas y otros sindromes con
hipotonia, miotonia o debilidad. La artrogriposis se incluye para el diagnostico diferencial
de los trastornos neuromusculares de aparicion temprana. Si existe una alta sospecha
diagnostica de distrofia muscular de Duchenne, recomendamos que el médico ordene un
analisis de delecion/duplicacion por MLPA dirigido al gen DMD como un servicio

adicional.

Incluye 354 genes: AARSI, ABHD5, ACAD9, ACADM, ACADVL, ACTA1, ACTG2, ADGRG6, AGL, AGRN, AHCY, AIFM],
ALDOA, ALGI4, ALG2, AMPDI, ANO5, ARHGEF9, ASAHI, ASCCI1, ATADI, ATLI, ATP2A1, ATP7A, B3GALNT2, B4GAT],
BAG3, BICD2, BINI, BSCL2, BVES, CACNAIS, CAPN3, CASK, CASQI, CAVI, CAV3, CCDC78, CFL2, CHAT, CHCHDI0,
CHKB, CHRNAI, CHRNBI, CHRND, CHRNE, CHRNG, CHSTI4, CLCNI, CNTNAPI, COLI2A1, COLI13Al, COL6AI,
COL6A2, COLBA3, COLQ, COQ2, COX6AI, CPT2, CRLFI, CRPPA, CRYAB, CSRP3, CTDPI, DAGI, DCTNI1, DES, DGUOK,
DHCR24, DHTKDI, DMD, DMPK, DNA2, DNAJB2, DNAJB6, DNM2, DNMTI, DOK7, DPAGTI!, DPMI1, DPM2, DPM3,
DYNCIH1, DYSF, ECELI, EGR2, ELPI, EMD, ENO3, ERCC5, ERCC6, ETFA, ETFB, ETFDH, EXOSC3, EXOSCS8, FBLNS5,
FBN2, FBXO38, FDX2, FGD4, FHLI, FIG4, FKBP10, FKBP14, FKRP, FKTN, FLADI, FLNC, GAA, GAN, GARSI, GBA, GBEI,
GDAPI, GFPTI, GJBI, GLDN, GLEI, GLRAI, GLRB, GMPPB, GNB4, GNE, GPHN, GYGI, GYSI, HADHA, HADHB, HINT],
HK1, HNRNPDL, HOXDI10, HRAS, HSPBI, HSPB3, HSPB8, HSPG2 IGHMBP2, INF2, ISCU, ITGA7 KARSI, KAT6B,
KBTBDI3, KCNAI, KCNE3, KCNJ2, KIFIA, KIFIB, KIF5A, KLHL40, KLHL41, KLHL? KY, LAMA2 LAMB2, LAMP?2,
LARGE!, LDB3, LDHA, LGl4, LIMS2, LITAF, LMNA, LMOD3, LPINI, LRP4, LRSAMI, MAGEL2, MAMLDI, MARSI,
MATR3, MED25, MEGF10, MFN2, MICU1, MPV17, MPZ, MT-ATP6, MT-ATP8, MT-COl, MT-CO2, MT-CO3, MT-CYB,
MT-NDI, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-RNR1, MT-RNR2, MT-TA, MT-TC, MT-TD,
MT-TE, MT-TF, MT-TG, MT-TH, MT-TI, MT-TK, MT-TL1, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR, MT-TS!,
MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY, MTMI, MTMR14, MTMR2, MUSK, MYBPCI1, MYBPC3, MYH2, MYH3, MYH?,
MYH8, MYLI, MYL2, MYMK, MYOI18B, MYO9A, MYOT, MYPN, NALCN, NDRGI, NEB, NTRKI, OPAI, OPA3, PAX7,
PDK3, PFKM, PGAM2, PGKI, PGMI1, PHKAI, PIEZO2, PIP5KIC, PLEC, PLEKHGS5, PLOD2, PMM?2, PMP22, PNPLA2,
POGLUTI, POLG, POLG2, POMGNTI, POMGNT2, POMK, POMTI, POMT2, PREPL, PRKAG2, PRPSI, PRX, PYGM,
PYROXD1, QARS!, RAB7A, RAPSN, RBCKI, REEP!, RETREGI, RRM2B, RXYLTI, RYRI, SBF1, SBF2, SCN4A, SELENON,
SGCA, SGCB, SGCD, SGCE, SGCG, SH3TC2, SILI, SLCI2A6, SLCI6AI, SLCIBA3, SLC22A5, SLC25A1, SLC25A20,
SLC25A46, SLC52A2, SLC52A3, SLC5A7, SLC6A5, SMCHDI, SMNI1, SMN2, SMPD4, SPEG, SPGII, SPTBN4, SPTLC],
SPTLC2, STAC3, STIM1, SUCLA2, SUN2, SYNE!, SYNE2, SYT2, TAFAZZIN, TANGO?2, TBCK, TCAP, TFG, TGFB3, TIA,
TK2, TMEM43, TNNI2, TNNTI, TNNT3, TNPO3, TORIA, TORIAIPI, TPM2, TPM3, TRAPPCI, TRIM2, TRIM32, TRIP4,
TRPV4, TSEN2, TSFM, TTN, TWNK, TYMP, UBAI, VAMPI, VAPB, VCP, VIPAS39, VMAZ21, VPS33B, VRKI, WNKI, XK,
YARSI, ZC4H?2.
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Hematologia

Panel de coagulacion

Contiene genes para el diagnostico molecular de trombofilia, trombocitopenia,
telangiectasia hemorragica hereditaria, sindrome ARC, sindrome de Hermasky-Pudlak,

trastornos del factor de coagulacion y trastornos relacionados con las plaquetas.

Incluye 112 genes: ABCGS5, ABCG8, ACTNI, ACVRLI, ADAMTSI3, ADAMTS2, ANKRD26, ANO6, AP3BI, ARPCIB,
BLOCIS3, BLOCIS6, CIR, CCM2, CD36, CD40LG, CDC42, CHST14, COLIA2, COL3A1, COL4Al, COLGALTI, CTCl, CYCS,
DIAPH1, DTNBPI, EFEMP2, EFL1, ENG, ETV6, F10, Fi1, F12, FI3A1, FI3B, F2, F5, F7 F8, F9, FANCA, FCGR2C, FERMTS3,
FGA, FGB, FGG, FLI1, FLNA, FYBI, GATAI, GFI1B, GGCX, GNE, GPIBA, GPIBB, GP6, GP9, GUCYIA1, HOXAII, HPSI,
HPS3, HPS4, HPS5, HPS6, HRG, IGFBP?, IL2RG, ITGA2B, ITGB3, JAM3, KDSR, KRITI, LMANI, LYST, LYZ, MCFD2,
MECOM, MPL, MYH9, NBEAL2, P2RY12, PDCDI0, PLA2G4A, PLAT, PLAU, PROC, PROSI, PTPN1l, RBM8A, RUNXI,
SBDS, SERPINCI, SERPINDI, SERPINEI, SERPINF2, SLC35A1, SLC7A7, SLFN14, SMAD4, SRC, STIM1, STN1, TBXA2R,
THBD, THPO, TUBBI, VIPAS39, VKORCI, VPS33B, VWF, WAS, WIPFI

Panel de anemia/insuficiencia de
médula 0sea

Esta destinado a pacientes con anomalias en mas de 2 tipos de células sanguineas
(globulos rojos, globulos blancos y plaquetas) que presentan sintomas de letargo,
infecciones recurrentes, sangrado excesivo, pigmentacion anormal, agrandamiento del
bazo, y malignidades. Algunos trastornos especificos detectados con este panel son
linfohistiocitosis hemofagocitica, sindrome de Seckel, trombocitopenia, anemia de
Fanconi, disqueratosis congénita, sindrome de Shwachman Diamond asi como otros tipos
de anemias, como talasemia alfa y beta, enfermedad de células falciformes, esferocitosis,

anemia megaloblastica, anemia congénita anemia sideroblastica y diseritropoyética.

Incluye 211 genes: ABCB6, ABCB7, ABCG5, ABCG8, ACD, ACTNI1, ADA, ADA2, ADAMTSI3, AKI, AK2, ALAS2, ALDOA,
AMMECR1, AMN, ANKI1, ANKRD26, AP3BI, ATM, ATRX, BLM, BLOCIS3, BRCAI, BRCA2, BRIP1, CASP10, CBL, CBLIF,
CD36, CD40LG, CD59, CDANI, CDC42, CENPJ, CEP152, CHEK2, CLCN7, CLPB, COL4A1, CSF3R, CTCI, CTLA4, CUBN,
CXCR4, CYB5R3, CYCS, DHFR, DIAPHI, DKC1, DNAJC21, DTNBPI, EFLI, ELANE, EPB41, EPB42, ERCC4, ETV6, FANCA,
FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, FANCL, FANCM, FAS, FASLG, FCGR2C, FLI1, G6PC3,
G6PD, GATAI, GCLC, GFI1, GFI1B, GLRX5, GNE, GPIBA, GPIBB, GP9, GPI, GPX1, GSR, GSS, GYPC, HAXI, HBAI, HBA2,
HBB, HBD, HFE, HK1, HMOXI, HOXAT, HPSI, HPS3, HPS4, HPS5, HPS6, HSPA9, IKZFI, IL2RG, ITGA2B, ITGB3, ITK,
JAGNI, KCNN4, KDMIA, KDSR, KIT, KLF1, KRAS, LIG4, LPIN2, LYST, MECOM, MLH1, MPIG6B, MPL, MRE!, MSH2,
MSH6, MTR, MTRR, MYH9, NBEAL2, NBN, NFi, NFKBI, NHP2, NOP10, NRAS, NT5C3A, PALB2, PARN, PC, PDHAI,
PDHX, PFKM, PGKI, PIEZO1, PKLR, PLAU, PMS2, PRF1, PTPNI1I, PUST, RAB27A, RAC2, RADS51, RAD5IC, RBBP8, RBMSA,
REN, RHAG, RIT1, RPLIl, RPL15, RPL35A, RPL5, RPSI0, RPS19, RPS24, RPS26, RPS28, RPS29, RPS?7, RTELI, RUNXI,
SAMD9, SBDS, SEC23B, SH2DIA, SLCI9A2, SLCI9A3, SLC25A19, SLC25A38, SLC2A1, SLC35CI, SLC4A1, SLFN14, SLX4,
SPTAI, SPTB, SRP72, STAT3, STIMI, STX1, STXBP2, TCN2, TERT, THPO, TINF2, TMPRSS6, TP53, TPI1, TPK1, TRNTI,
UBE2T, UNCI3D, VPSI3B, VPS45, WAS, WNT4, WRAP53, XIAP, XK, XRCC2, YARS2
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Hepatologia y
efrologia

Panel de sindrome urémico
hemolitico atipico

Contiene genes para el diagnostico molecular de este sindrome.
Incluye 25 genes: ADAMTSI3, C3, CD46, CD59, CFB, CFD, CFH, CFHRI, CFHR2, CFHR3, CFHR5, CFI, CRI, CR2,
DGKE, F12, G6PD, INF2, MMACHC, MMUT, PIGA, PLG, PRDXI, THBD, VWF

MLPA: CFHRI, CFHR2, CFHR3, CFHRS, CFH

CentoNefro

Aproximadamente el 10% de la poblacion mundial se ve afectada por enfermedades
renales cronicas. CentoNefro ofrece una herramienta integral para detectar los trastornos
renales hereditarios mas destacados, incluida la enfermedad renal poliquistica, el
sindrome de Alport, el panel de acidosis tubular renal, el panel de glomerulonefrosis focal
y la hiperoxaluria primaria, entre otros. El analisis de PKD1 no esta incluido en este panel.

Para incluir PKD1 solicite CentoNefro Plus.

Incluye 495 genes: ABCBI1l, ABCB4, ABCC2, ACE, ACP5, ACTG2, ACTN4, ACVR2B, AGPS, AGT, AGTRI, AHI1, AIPL],
AKRIDI, ALDOB, ALG8, ALG9, ALPL, AMERI, ANKH, ANKS6, ANLN, ANOS5, ANOSI, AP2S1, ARHGAP31, ARHGDIA,
ARL13B, ARL3, ARL6, ARMC5, ARMC9, ARSL, ATP6V0A4, ATP6VIBI, ATP8BI, ATR, AVPR2, BODI, BAD2, BAAT, BBSI,
BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, BCSIL, BICCI, BMP1, BMP4, BMPRIB, BNC2, BSND, C2CD3, CA2, CABP4,
CANTI, CASP10, CASR, CC2D2A, CCDC103, CCDC28B, CCDC39, CCDC40, CCDC65, CCN6, CCNO, CD2AP, CDKNIC,
CENPF, CENPJ, CEP120, CEP152, CEP164, CEP290, CEP41, CEP55, CEP83, CFAP298, CFAP418, CFAP53, CFTR, CHDIL,
CHD?7, CHRNA3, CHST3, CHSY1, CILK1, CLCN5, CLCNKA, CLCNKB, CLDN16, CLDN19, COL10Al, COL4Al, COL4A3,
COL4A4, COL4A5, COL9A3, COMP, COQ?2, COQ6, COQ8B, COQY9, CRB1, CRB2, CRELDI, CRTAP, CRX, CSPP1, CTNS,
CTU2, CUBN, CUL3, CWC27 CYP7B!, DCDC2, DDR2, DDX59, DGKE, DGUOK, DHCR?, DICER1, DLL3, DMP1, DNAAF1,
DNAAF2, DNAAF3, DNAAF4, DNAAF5 DNAHI1, DNAHS5, DNAI, DNAI2, DNAJBIl, DNALI, DRCI, DSTYK, DUSPS,
DYM, DYNC2H1, DYNC2LI1, DZIPIL, EBP, EIF2AK3, EMP2, ENPPI, ESCO2, EVC, EVC2, EXTI, EXT2 EYAI!, FAH,
FAM20C, FAN1, FAS, FASLG, FAT4, FEZFI, FGF17, FGF23, FGF8, FGFRI, FGFR2, FKBP10, FLNB, FLRT3, FN1, FOXP1,
FRAS!, FREMI, FREM2, FSHB, FXYD2, GANAB, GATA3, GDFI, GDF5, GFMI, GHR, GLA, GLI2, GLI3, GLIS2, GLIS3,
GNATl, GNAS, GNPAT, GNRH1, GNRHR, GPC3, GPC6, GREBIL, GRIP1, GUCY2D, HAAO, HAMP, HESXI!, HEXA, HFE,
HNFIB, HNF4A, HOXAI13, HOXDI13, HPSE2, HS6STI, HSDI1B2, HSD3B? HSPG2, HYDIN, HYLSI, IFITMS5, IFT122,
IFT140, IFT172, IFT27, IFT43, IFT80, IFT81, IHH, ILI7RD, IMPDH1, INF2, INPP5E, INPPLI, INVS, IQCBI, ITGA3, ITGAS,
JAGI, KANK2, KCNJ1, KCNJ10, KCNJ13, KCNJ5, KDM6A, KIAA0586, KIF14, KIF22, KIF7 KISSI, KISSIR, KLHL3,
KMT2D, KYNU, LAGE3, LAMB2, LBR, LCA5, LCAT, LCT, LEP, LEPR, LHB, LHX3, LHX4, LIFR, LMF1, LMXIB, LRAT,
LRIG2, LRP4, LRP5, LZTFL1, MAFB, MAGI2, MAPKBP1, MATN3, MCEE, MERTK, MESP2, MGP, MKKS, MKS1, MMAA,
MMAB, MMADHC, MMPI3, MMP21, MMP9, MMUT, MPVI7, MUCI, MYH9, MYOIE, MYO5B, MYO7A, MYOCD,
NADSYNI1, NBAS, NEKI1, NEK8, NEUROG3, NIPBL, NKX2-5, NKX3-2, NME8, NMNATI, NODAL, NOG, NOTCH2, NPC,
NPC2, NPHPI, NPHP3, NPHP4, NPHSI, NPHS2, NPR2, NROBI, NROB2, NRI1H4, NR3C2, NSDHL, NSMF, NUP107
NUP93, OBSL1, OCRL, OFDI1, OSGEP, OTX2, P3H1, PAPSS2, PAX2, PBXI!, PCSKI, PDE4D, PDE6D, PDSS2, PEXI, PEXIO0,
PEX12, PEX2, PEX26, PEX5, PEX6, PEX? PHEX, PHF6, PIBF1, PKDILl, PKD2, PKHDI1, PLCEl, PLOD2, PMM?2, PNPLAG,
POLG, POLR3B, POMC, POUIF!, PPARG, PPIB, PRKARIA, PRKCSH, PROK2, PROKR2, PROM1, PROP1, PRPH2, PTHIR,
PTHLH, PTPRO, RBBP8, RD3, RDH12, RDH5, REN, RET, RHO, RLBP1, RMNDI, RNF216, ROBO1, ROBO2, ROR2, RPE65,
RPGRIPI, RPGRIPIL, RRM2B, RSPH!, RSPH4A, RSPH9, RUNX2, SALL!, SALL4, SBDS, SCARB2, SCNNIA, SCNNIB,
SCNNIG, SDCCAGS8, SEC61A1, SEC63, SEMA3A, SERPINAI, SERPINF1, SERPINH1, SGPL1, SH3PXD2B, SIXI1, SIX2, SIX5,
SLCI2A1, SLCI12A3, SLC25A13, SLC25A15, SLC26A2, SLC26A3, SLC2A2, SLC34A1, SLC34A3, SLC35D1, SLC4Al, SLC4A4,
SLCOI1BI!, SLCOIB3, SLIT2, SMARCALI, SMPD1, SOX10, SOX!1, SOXI17, SOX2, SOX3, SOX9, SPAGI, SPATAZ, SPINT?2,
SPRY4, STRAG, SUFU, TAC3, TACR3, TBCIDI, TBX15, TBX18, TBX3, TBX5, TCTNI, TCTN2, TCTN3, TFR2, TJP2,
TMEM107, TMEMI138, TMEM216, TMEM231, TMEM237, TMEMG67, TNFRSF1IB, TP53RK, TPRKB, TRAF3IP1, TRAPI,
TRIM32, TRIPNl, TRMU, TRPC6, TRPS1, TRPV4, TSCI, TSC2, TTC21B, TTC3% TTC8, TULPI, TXNDCI5, UGTIAI, UMOD,
UPK3A, VHL, VIPAS39, VPS33B, WDRI1, WDR19, WDR35, WDR4, WDR73, WNKI, WNK4, WNT4, WNT5A, WNT7A,
WTI1, XPNPEP3, XYLT1, ZIC3, ZMYNDI0, ZNF423
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Endocrinologia

Panel de hiperplasia suprarrenal
congenita

Disefiado para pacientes con sospecha de este diagnostico. Incluye el analisis del gen
CYP21A2, que codifica para la enzima 21-hidroxilasa. Mas del 90% de los casos son

causados por una deficiencia de esta enzima.
Incluye 12 genes: AARMC5, CYPIIAL, CYPI1BI, CYP11B2, CYPI7AI, CYP2IA2, HSD3B2, PDENA, PDE8B, POR, PRKARIA,
STAR

MLPA: CYP21A2

Panel de pancreatitis

Incluye genes asociados con la pancreatitis cronica y, para el diagnostico diferencial,

incluye genes asociados con el cancer de pancreas.
Incluye 29 genes: ABCB4, APC, APOA5, APOC2, ATM, BMPRIA, BRCAI, BRCA2, CASR, CDKN2A, CFTR, CPAI, CTRC,
EPCAM, GPIHBPI, LPL, MEN1, MLH1, MSH2, MSH6, PALB2, PMS2, PRSS1, SMAD4, SPINKI, STK11, TP53, UBRI, VHL.

Panel Diabetes y Obesidad

Recomendado para pacientes con anomalias en el metabolismo de la glucosa, como
hipoglucemia hiperinsulinémica, diabetes neonatal, MODY, diabetes en adultos e
hipercolesterolemia familiar, asi como para pacientes que presentan resistencia a la
insulina, desde el espectro leve hasta el severo (sindrome de Donohue ), y para pacientes
con hiperinsulinismo familiar. Los trastornos causados por errores de impresion o disomia
uniparental, como la diabetes mellitus neonatal transitoria relacionada con 6q24 y el

sindrome de Beckwith Wiedemann, no se detectan con este panel.

Incluye 265 genes: ABCAI, ABCC8, ABCG5, ABCG8, ACATI, ACSF3, ADCY3, AFF4, AGL, AGRP, AIP, AIRE, AKT?2,
ALDOA, ALDOB, ALGI, ALGlI, ALGI12, ALG3, ALG6, ALG8, ALG9, ALMSI, ANGPTL3, APOAI, APOA5, APOB, APOC2,
APOC3, APOE, APPL1, AQP2, ARLI3B, ARL6, ARMC5, ATP6VOA2, AVP, AVPR2, BAGALTI, BBSI, BBS10, BBSI12, BBS2,
BBS4, BBS5, BBS7 BBS9, BDNF, BLK, CANTI, CC2D2A, CCDC28B, CEL, CEP164, CEP19, CEP290, CETP, CFAP418,
CHD2, CISD2, CNOTI, COGI, COG4, COG5, COG6, COG?, COG8, CP, CPE, CREBBP, CUL4B, CYP27Al, DCAFI7,
DNAJC3, DOLK, DPM1, DPM2, DPM3, DYRKIB, EHMTI, EIF2AK3, EIF2BI, EIF2S3, ENO3, ENPP1, EPM2A, FBP1, FOXP3,
GAA, GATA6, GBEI, GCK, GCKR, GH1, GHR, GHRHR, GHRL, GLI3, GLIS3, GLUDI, GMPPA, GNAS, GNE, GPC3, GPD!I,
GPIHBP!, GYSI, GYS2, H6PD, HADH, HEXA, HMGCL, HMGCS2, HNFIA, HNF1B, HNF4A, HSDIIBI, IER3IPI, IFT172,
IFT27, IGFIR, INPP5E, INS, INSR, ITCH, KCNJ!, KIDINS220, KIF7, KLF1l, KMT2C, KSR2, LAMP2, LARGEI, LASIL,
LDHA, LDLR, LDLRAPI, LEP, LEPR, LIPA, LIPC, LIPE, LMF1, LMNA, LPL, LZTFLI, MAGEL2, MANIBI, MC3R, MC4R,
MCHRI, MEGF8, MGAT2, MKKS, MKRN3, MKS1, MOGS, MPDUI, MPI, MPV17, MRAP2, MTNRIB, MTTP, MYOS3A,
MYOZA, MYTIL, NDN, NEURODI, NEUROG3, NGLY1, NHLRCI, NKX2-2, NPHP1, NPHP3, NROB2, NSD1, NTRK2, OFD1,
OXCTI, PAX4, PAX6, PC, PCBDI, PCKI, PCNT, PCSKI, PCSK9, PDENA, PDE4D, PDXI, PFKM, PGAM2, PGKI, PGM!,
PHF6, PHIP, PHKAI, PHKA2, PHKB, PHKG2 PIK3RI, PMM2, PNPLAG, POLDI, POMC, PPARG, PPPIRI5B, PRKAG2,
PRKARIA, PRMT?, PROMI, PRPH2, PTEN, PTFIA, PYGL, PYGM, RAB23, RAI1l, RBCKI, RDH5, RFT1, RFX6, RHO, RLBPI,
RPGRIPIL, RPS6KA3, SDCCAGS, SETD2, SH2BI, SIMI, SLCI6A1, SLCI9A2, SLC29A3, SLC2A2, SLC35A1, SLC35A2,
SLC35C1, SNRPN, SPGI, SRD5A3, SSR4, STATI, STAT3, TBX3, THOC2, THRA, TMEMI65 TMEM67, TRAF3IPI,
TRAPPCY, TRIM32, TRMTIOA, TTC21B, TTC8, TUSC3, UCP2, UCP3, VPSI3B, WFSI, XRCC4, XYLTI, ZBTB20, ZFP57,
ZMPSTE24, ZNF711
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Biogquimica

CentoLSD

Analisis completo del panel de enzimas para enfermedades relacionadas. Enzimas: lipasa
acida, alfa-glucosidasa, alfa-fucosidasa, alfa-galactosidasa, alfa-L-iduronidasa, alfa-
manosidasa, alfa-N-acetilgalactosaminidasa, arilsulfatasa B, beta-galactosidasa, beta-
glucocerebrosidasa, beta-glucuronidasa, beta-hexosaminidasa, Beta-manosidasa,
Hexosaminidasa AB, Iduronato-2-sulfatasa, N-acetil-alfa-glucosaminidasa, N-
acetilgalatosamina-6-sulfato-sulfatasa, Palmitoil-proteina tioesterasa, Tripeptidil peptidasa

CentoMPS

Analisis completo del panel de enzimas para enfermedades relacionadas Enzima: Alfa-L-
iduronidasa, lduronato-2-sulfatasa, N-acetil-alfa-glucosaminidasa, N-acetilgalatosamina-6-
sulfato-sulfatasa, Beta-galactosidasa, Arilsulfatasa B, Beta-glucuronidasa, Alfa-manosidasa.

CentoNCL

Analisis completo del panel de enzimas para enfermedades relacionadas Enzimas:
palmitoil-proteina tioesterasa, tripeptidil peptidasa.

CentoEsfingo

Analisis completo del panel de enzimas para enfermedades relacionadas Enzimas: beta-
glucocerebrosidasa, alfa-galactosidasa, alfa-glucosidasa, beta-hexosaminidasa,
hexosaminidasa AB, alfa-N-acetilgalactosaminidasa, lipasa acida, alfa-manosidasa, beta-
manosidasa, alfa-fucosidasa.
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Biomarcadores y
enzimas

DDC - DOPA descarboxilasa

ARSB - Arisulfatasa B

CHIT1 - Quitotriosidasa

FUCAI - Alfa-L-fucosidasa 1

GALNS - N-acetilgalactosamina-6-sulfatasa
GBA - Glucocerebrosidasa

GLA - Alfa-galactosidasa A

GLBT1 - Beta-galactosidasa

GUSB - Beta-glucoronidasa

HEXA - Beta-hexosaminidasa A

HEXB - Beta-hexosaminidasa B

IDUA - Alfa-L-iduronidasa

MAN2B1 - Alfa-manosidasa.

NAGA - Alfa-N-acetilgalactosaminidasa
NPCI1 - Transportador intracelular de colesterol 1
NPC2 - Transportador intracelular de colesterol 2
PPT1 - Palmitoil-proteina tioesterasa 1
SMPDI1 - Esfingomielinasa

GAA - Alfa glucosidasa acida

IDS - lduronato-2-sulfato sulfatasa

LIPA - Lipasa acida lisosomal

MANBA - Beta-manosidasa

NAGLU - Alfa-N-acetilglucosaminidasa
SERPINGI - Inhibidor de CI

TPP1 - Tripeptidil peptidasa 1



https://es.wikipedia.org/wiki/Alfa_glucosidasa_%C3%A1cida

