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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, CYP27A1, 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, NEKI, NOTCH3, NPCI1, OPTN, PANK2, PFN1, PRNP, PRPH,
PSENI1, PSEN2, REEP1, SETX, SIGMARI1, SLC52A3, SNCA, SODI1, SORLI, 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, ATXN7Z, 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,
ATXNS8OS, 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, ARL6IP1, 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, COX6Al1, COX6BI, CP, CPTIC, CSPP1, CSTB, CWFI9LI, CYCI, CYP27A1, CYP2U1, CYP7B1, 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, MGMEI, MICU1, MKKS, MKS1, MLC1, MPC1, MPV17, MREII,
MRPL3, MRPL44, MRPS16, MRPS22, MSTO1, MT-ATP6, MT-ATP8, MT-CO1, 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,
NDUFAI2, 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, PRICKLEl, PRKCG, PRRT2, PUMI, QARSI,
RAB3GAP2, RAPIGDS!, RARSI, RARS2, REEPI, REEP2, RMNDI, RNASEH!, RNASEH2B, RNF216, RPGRIPIL, RRM2B,
RTN2, RUBCN, SACS, SAMDIL, SARS2, SCNIA, SCN2A, SCOI, SCO2, SCYLI, SDHA, SDHAFI, SELENOI, SERAC],
SETX, SFXN4, SIL1, 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, TIMMSA, TK2, TMEMI26B, TMEMI38, TMEM216, TMEM?231, TMEM?237,
TMEM240, TMEM67, TMEM70, TPKI1, TPP1, TRIM32, TRITI, 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, VAMP1, 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, ATXNI10, 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, COA?7, 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, MLCI1, 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, RARS?2,
REEP1, REEP2, RMNDI1, RNASEH!, RNASEH2B, RNF216, RPGRIPIL, RRM2B, RTN2, RUBCN, SACS,
SAMDIL, SARS2, SCNIA, SCN2A, SCOI1, SCO2, SCYL1, SDHA, SDHAF1, SELENOI, SERACI, SETX, SFXN4,
SIL1, SLCI6A2, SLCI7AS5, SLCI9A2, SLCI9A3, SLCIA3, SLCIA4, SLC20A2, SLC22A5, SLC25A19, SLC25A26,
SLC25A3, SLC25A38, SLC25A4, SLC25A46, SLC2AT1, SLC33AI1, SLC52A2, SLC52A3, SLCI9A6, SNX14, SPART,
SPAST, SPGIM, SPG21, SPG7, SPR, SPTBN2, STUB!, SUCLA2, SUCLGI, SURFI, SYNE!, TACOl, TARS2,
TBCID24, TCTN1, TCTN2, TCTN3, TDP1, TECPR2, TFG, TGM6, TIMMS8A, TK2, TMEMI126B, TMEMI138,
TMEM216, TMEM231, TMEM237, TMEM240, TMEM67, TMEMZ70, 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 fisiopatoléogicamente 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,
VPSI13C, 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, ABCAI1, ABCA?7, ABCB6, ABCB7 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, ALG3, ALG6, ALGS, ALGY, ALPL, ALS2, ALX1, ALX3, ALX4,
AMACR, AMMECRI, AMPDI1, AMPD2, AMT, ANG, ANK2, ANK3, 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, ASAH1, 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, CAMTAL, CAPNI1, CAPN3, CARDI1, CARS2, CASK, CASQ!,
CASR, CAT, CAVI, CAV3, CAVINI, CBL, CBS, CC2D1A, CC2D2A, CCDCI15, CCDC22, CCDC40, CCDC?78, CCDCS88A,
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, CHAMPI1, 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, CYP27AI,
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, EARS?2,
EBF3, EBP, ECELI, ECHSI, EDC3, EDN3, EDNRB, EEF1A2, EFHCI, EFTUD2, EGF, EGR2, EHMT1, EIF2B1, EIF2B2, EIF2B3,
EIF2B4, EIF2B5, EIF2S3, EIF3F, EIF4GIl, 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, EXOSC9, 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, FGD1, 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!1, GUSB, GYG!, GYSI, HACE!, HADH, HADHA, HADHB, HAMP, HARS2, HAX],
HBB, HCCS, HCFCI, 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, HSPB1, 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, KCNCI, KCNC3, KCND3, KCNE3, KCNHI1, KCNJ1, KCNJ10, KCNJ2, KCNKI18, KCNK4, KCNK9,
KCNMAI, KCNQ2, KCNQ3, KCNQS5, KCNTI1, KCNT2, KCTD17, KCTD3, KCTD7, KDM4B, KDM5B, KDM5C, KDM6A,
KIAAT109, KIDINS220, KIF1, 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, KRT8, KY,
LICAM, L2HGDH, LAMAI, LAMA2, LAMB1, LAMB2, LAMC3, LAMP2, LARGE!, LARS2, LAT, LBR, LDB3, LDHA, LEP,
LG, LGI4, LHX3, LHX4, LIAS, LIMS2, LINS1, LIPA, LIPT1, LIPT2, LITAF, LMAN2L, LMBRD1, LMNA, LMNBI1, LMOD3,
LMXI1B, LONP1, LPIN1, LRBA, LRP1, LRP10, LRP2, LRP4, LRPPRC, LRRK2, LRSAMI, LYRM?7, LYST, LZTFLI1, LZTR1,
MACF1, MAF, MAG, MAGEL2, MAGI2, MAGTI, MAMLDI, MANI1B1, MAN2B1, MANBA, MAOA, MAP2K!, 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, MICU1I, MID1, MIPEP, MITF, MKKS, MKS],
MLCI1, 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, MYOSA, 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, NDUFA12, NDUFA2, NDUFA6, NDUFA9, NDUFAF1, 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, NHLRC1, 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!, PDCDI10, PDEIOA, PDE6D, PDESB,
PDGFB, PDGFRB, PDHAT1, 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, PHACTRI, 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!, POUIFI, 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!1, 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, SLC19A2, 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, SLC6A17, SLCO6A19, SLC6AS,
SLC6A4, SLCBAS, SLCOHA8, SLC6A9, SLC7A7, SLCI9A6, 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, ST3GALS, STACS3, STAGI, STAMBP, STAR, STATI!, STAT2, STIL, STIMI, STRA6, STRADA, STT3A,
STUBI1, STX1B, STXBP1, SUCLA2, SUCLGI, SUGCT, SUMF1, SUN2, SUOX, SURF1, SYNT, SYN2, SYNE!, SYNE2, SYNGAP1,
SYNJ1, SYP, SYT2, SZT2, TACOI1, TAFl, TAFI13, TAF15, TAF2, TAF6, TAFAZZIN, TANGO?2, TAOKI!, TARDBP, TARS2,
TBC1D20, TBC1D23, TBCI1D24, TBCD, TBCE, TBCK, TBKI1, TBLIXR1, TBR1, TBX1, TBX3, TCAP, TCF20, TCF4, TCIRGI,
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, TMEMI126A, TMEMI126B, TMEMI138, TMEM165, 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, TTCI19, 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, UBRI, 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, VPS13B, VPSI3C, VPSI3D,
VPS33B, VPS35, VPS37A, VPS53, VRKI, WAC, WARS2, WASFI, WASHC4, WASHCS5, WDFY3, WDR26, WDR37, WDR45,
WDR45B, WDR62, WDR73, WDR81, WFS1, WNKI1, WNT1, WNTS5A, WNT7A, WWOX, XK, XPNPEP3, XPR1, YAP!, YARSI,
YARS2, YWHAE, YWHAG, YY1, ZBTBI6, ZBTB18, ZBTB20, ZBTB24, ZC3H14, ZC4H2, ZDHHCY, 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 estad 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, CLP1,
CLPP, CLTC, CNNM2, CNPY3, CNTNAPI, CNTNAP2, COA?, COA8, COASY, COGI, COG4, COG5, COG6, COG?,
COG8, COLIIA2, COLI8AI, COL2A1, COL4A1, COL4A2, COLGALTI, COQ2, COQ8A, COQY, COXI10, 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, EMCIO0, EMLI, EPG5, EPM2A, EPRSI, ERCC6, ERCCS,



Gen @ med

Laboratorio de diagndstico clinico y genomico

Neurologia

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, GLBI, 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, HCNI, 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, LARGE!, LAT, LDB3, LGI1, LIAS, LIPA, LIPTI, LMNBI, LRPPRC,
LYRM7, LYST, MAF, MAGTI, MANIBI, MAN2B1, MANBA, MAP2KI, MAP2K2, MARS2, MBD5, MCCCI, MCCC2,
MCOLNI1, 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-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, 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, PEXS5, 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, PPT1, PRF1, PRICKLEI, PRICKLE2,
PRMT?7, PRODH, PRPSI, PRRT2, PSAP, PSEN1, PTEN, PTPN23, PTS, PUMI, PURA, PYCR2, QARS1, QDPR, RABMA,
RABI11B, RAB27A, RAIl, 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, SDHAF!1, 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, SLC6A8, 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, TPKI1, TPP1, TRAKI, TRAPPC4, TRAPPCY9, 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, ALDH7AI1, 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, ATP7A, ATP8A2, ATR, ATRX, AUTS2,
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B3GALNT?2, B4AGATI, 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, CERT!, 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, GPX1, 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, KIF11, 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, MIB1,
MID1, MITF, MKKS, MKSI1, 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, MYOS5A, 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, PEX? PGAP1, PGAP2,
PGKI1, PHF6, PHF8, PHIP, PIGA, PIGC, PIGG, PIGL, PIGN, PIGO, PIGV, PIK3R2, PITXI1, 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, PTPN1, 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, SLCIAT, SLC25A12, SLC25A15, SLC25A19, SLC27A4, SLC2AT,
SLC35A2, SLC35A3, SLC4AI10, SLC4A4, SLC6A1, SLCO6AT17, SLC6A3, SLC6A4, SLCOA8, SLC?A7, SLCY9AGL, 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, TSCI, 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, USPYY, 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, ZNF7#11, ZNF81, MECR.

Genes de expansion de repeticion: FMR1
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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, DNM?2, DNMTI, DOK7, DPAGTI!, DPMI1, DPM2, DPM3,
DYNCIH1, DYSF, ECEL!1, 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, GJB1, 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?Z 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, PGKI1, PGMI1, PHKAI, PIEZO2, PIP5KIC, PLEC, PLEKHG5, PLOD2, PMM?2, PMP22, PNPLA2,
POGLUTI, POLG, POLG2, POMGNTI, POMGNT2, POMK, POMTI, POMT2, PREPL, PRKAG2, PRPSI, PRX, PYGM,
PYROXDI, 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.



