12)

KAROLINSKA

Centrum {for Medfodda Metabola Sjukdomar Giltig frén 2024-12-13

Genpanel EP (Epileptic Encephalopathies), version 22 — 565 gener

Gener kopplade till epileptisk encefalopati eller andra monogena sjukdomar med liknande
klinisk bild

AARSI, ABAT, ABCA2, ACTL6B, ADAM?22, ADAR, ADARBI, ADAT3, ADCY5, ADGRGI,
ADGRLI, ADNP, ADPRS, ADRA2B, ADSL, AFF3, AFG24, AFG2B, AFG3L2, AGOI,
AGITR2, AIMPI, AKTI1, AKT3, ALDH5A1, ALDH7AIl, ALG1, ALG11, ALG13, ALG14, ALG3,
ALGO6, ALGY9, ALKBHS, AMT, ANKRD11, ANKRD17, ANO4, AP1G1, AP2M1, AP3B2,
AP4BI1, AP4S1, APP, ARFGEFI, ARFGEF2, ARHGEF9, ARIDIA, ARIDIB, ARV1, ARX,
ASAHI, ASHIL, ASNS, ASXL3, ATADI, ATNI, ATP11A4, ATP1342, ATPIAI, ATPIA2,
ATPIA3, ATP2BI1, ATP2B2, ATP5PO, ATP6AP2, ATP6V0AI, ATP6V0A2, ATP6VOC,
ATP6VIA, ATP6VIB2, ATP74, ATRX, ATXN2, BAP1, BCAS3, BCL11A, BRAF, BRATI,
BRWD3, BSCL2, CACNAIA, CACNAIB, CACNAIC, CACNAID, CACNAIE, CACNAIG,
CACNAIL CACNA2DI1, CACNA2D2, CACNG2, CAD, CAMK24, CAMK2B, CAMLG, CASK,
CCDC884, CCM2, CCND2, CDK19, CDKLS5, CELF2, CEP85L, CERSI, CERTI, CHD?2,
CHD4, CHDS, CHKA, CHRNA2, CHRNA4, CHRNA7, CHRNB2, CIC, CLCN3, CLCN4,
CLDNS, CLN3, CLN5, CLN6, CLNS, CLPTM1, CLTC, CNKSR2, CNNM2, CNPY3, CNTN2,
CNTNAPI, CNTNAP2, COG3, COL441, COL442, CPA6, CPLXI1, CRADD, CRELDI,
CSDEI, CSNKIE, CSNK241, CSNK2B, CSTB, CTSD, CTSF, CUL3, CUX2, CYFIP2,
DALRD3, DCX, DDX23, DDX3X, DEAF1, DENND5A, DEPDCS5, DHDDS, DLG4, DMXL2,
DNAJAI, DNAJCS5, DNM1, DNM1L, DNMT34, DOCK7, DOLK, DPMI1, DPM?2, DPYD,
DYNCIHI, DYRKIA, EEF1A2, EHMTI, EIF2S3, EIF4A2, ELFNI, EMCI10, EMLI, EPM24,
FADD, FBXO28, FGF12, FGF13, FGFR3, FLNA, FOLRI, FOXGI, FOXP1, FRMD?S,
FRRSIL, FZRI, GABBRI, GABBR2, GABRAI, GABRA2, GABRA3, GABRA4, GABRA>,
GABRBI, GABRB2, GABRB3, GABRD, GABRG2, GAD1, GAL, GAMT, GATM, GCSH,
GET4, GLDC, GLI3, GLRAI, GLS, GLUL, GLYCTK, GNAIl, GNAOI, GNBI, GNBS,
GOSR2, GOT2, GPAAI, GPHN, GPT2, GRIAI, GRIA2, GRIA3, GRIA4, GRIK2, GRINI,
GRIN2A4, GRIN2B, GRIN2D, GRM7, GRN, GUF1, HACEI, HCNI1, HCN2, HEATR5B,
HECW?2, HID1, HIVEP2, HNRNPH?2, HNRNPR, HNRNPU, HPDL, HSD17B10, IER3IPI,
IMPDH?2, IQSEC2, IRF2BPL, ITPA, IMJDIC, KANSLI, KAT5, KATNBI, KCNAI, KCNA2,
KCNA3, KCNA6, KCNB1, KCNC1, KCNC2, KCND2, KCND3, KCNH1, KCNH5, KCNJ10,
KCNJ11, KCNK4, KCNMAI, KCNN2, KCNN3, KCNQI, KCNQ2, KCNQ3, KCNQ5, KCNT1,
KCNT2, KCTD3, KCTD7, KDM4B, KDMS5C, KICS2, KIF1A, KIF54, KIF5C, KMT2A4,
KMT2E, KPTN, KRIT1, LAMBI, LGI1, LIAS, LMBRD2, LMNB2, LNPK, MACF1, MADD,
MAGEL2, MAPK10, MARCHF6, MAST3, MBDS5, MBOAT7, MDHI, MDH?2, MECP2,
MEDI3L, MED17, MED23, MEF2C, MFF, MFSDS8, MICAL1, MID2, MOCS1, MOCS2,
MTHFS, MTOR, NAA10, NACCI, NAE1, NAPB, NARSI1, NBEA, NCDN, NDEI, NECAPI,
NEDD4, NEURODZ2, NEXMIF, NF1, NGLYI, NHLRCI, NPRL2, NPRL3, NR2F1, NR4A2,
NRROS, NRXNI, NSF, NSRPI, NTNG2, NTRK2, NUP214, NUS1, OGDHL, OPHNI,
OTUDG6B, OTUD74, OXRI1, PACS2, PAFAHIBI, PAKI, PAK3, PARS2, PAX7, PCDH12,
PCDH19, PCDHGC4, PDE24, PDK1, PGAP2, PGAP3, PHACTRI, PHF21A, PIGA, PIGB,
PIGC, PIGF, PIGG, PIGH, PIGK, PIGL, PIGN, PIGO, PIGP, PIGQ, PIGS, PIGT, PIGU,
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PIGV, PIGW, PIGY, PIK3R2, PLCBI1, PLPI, PLPBP, PLXNAI, PNKP, PNPO, POLG,
POLR3B, PPFIBPI, PPPICB, PPP2CA, PPP2R1A4, PPP3CA, PPTI, PRDMS, PRICKLE],
PRICKLE?2, PRIMAI, PRODH, PRRT2, PRUNEI, PTPNI11, PTPN23, PUMI, PURA,
QARSI, QRICHI, RABI1A, RABI1B, RAB39B, RALGAPAI, RAPGEF2, RARS2, RBSN,
RELN, RFTI, RHOBTB2, RNASEH2A, RNASEH2B, RNASEH2C, RNF13, RNF2, RNU2-2,
RNU4-2, ROGDI, RORA, RORB, RUSC2, SAMDI12, SAMHD1, SATB1, SCAF4, SCARB2,
SCNIA4, SCNI1B, SCN24, SCN3A4, SCN8A, SEMA6B, SEPSECS, SERPINII, SETBPI,
SETDIA, SETDIB, SGCE, SHANK3, SHQ1, SIK1, SLC1245, SLC1345, SLC1943, SLC142,
SLCIA4, SLC25A412, SLC25A422, SLC2A1, SLC32A41, SLC3542, SLC3543, SLC3843,
SLC39A48, SLC45A41, SLC6A1, SLC6A8, SLC6A49, SLC7A60S, SLCIA6, SMARCAZ2, SMCIA4,
SNAP25, SNFS, SNIP1, SNX27, SORCS3, SPG11, SPTANI, SPTBNI, SRPX2, ST3GALS3,
ST3GALS, STAMBP, STARD7, STRADA, STT3B, STX1A, STX1B, STXBPI1, STYXLI, SUMFI,
SV2A4, SYNI, SYNGAPI, SYNJI, SYP, SZT2, TBCID24, TBC1D2B, TBCD, TBCK, TBLI1XR]I,
TCF4, TDP2, THOC2, TMEM184B, TMEMG63B, TMTC3, TNPO2, TNRC6A, TPP1, TRA2B,
TRAKI, TRAPPCI10, TRAPPC12, TRAPPC4, TRAPPC6B, TREXI, TRIMS, TRIO, TRPM3,
TRPM6, TRRAP, TSCI1, TSC2, TUBAIA, TUBB2A, TUBB2B, TUBGCP2, U2AF2, UBA5,
UBAP2L, UBE2A, UBE3A, UBR7, UFCI, UFSP2, UGDH, UGP2, UNCI13B, UNC79,
UNC80, USP7, VARSI, VPS134, WASF1, WDR26, WDR37, WDR45, WDR45B, WDRG2,

WWOX, YEATS2, YIFIB, YIPF5, YWHAG, ZBTB18, ZDHHCY, ZEB2, ZMYNDI11, ZNF142,
ZNF526, ZNHIT3.



