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Indikation

Vid exomsekvensering sekvenseras alla de regioner i genomet som kodar for proteiner. For en viss
sjukdom/tillstand kan det vara en specifik gen, eller ett antal specifika gener som ar ldmpliga for
analys. Man kan da bioinformatiskt filtrera sa att man endast ser varianter i denna gen/grupp av gener.
Detta kallas genpanelanalys.

Gener for analys viljs av inremitterande utifrin lista nedan, eller utifran klinisk
diagnos/fragestillning av Klinisk genetik vid mottagande av remiss. Det dr dirfor viktigt att
beskriva patientens sjukdomsbild utforligt pa remissen.

Analys av specifik gen:

Ange pa remissen den gen for vilken dnskas analys.

Riktad analys, familjeuppfoljning:

Ange pé remissen den/de varianter for vilken/vilka 6nskas analys (bifoga eventuellt tidigare genetiskt
svar).

Aven riktade analyser, analys av enstaka gener och andra fragestillningar in de som har
faststiillda genpaneler kan utforas, ange detta pa remissen.
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Kardiogenetiska paneler

1. Aorta/Bindvavssjukdomar (Marfan, EDS, Loeys-Diets, TAAD etc.)

ACTA2, ARIHI, BGN, COL3A1, EFEMP2, ELN, FBNI, FBN2, FLNA, FOXE3, HCN4, LOX,
LTBP3, MAT2A, MFAP5, MYHI1, MYLK, NOTCHI, PRKGI, SKI, SLC2A410, SMAD2, SMAD3,
SMAD4, TGFB2, TGFB3, TGFBRI, TGFBR2

2. Kardiomyopatier (HCM, DCM, ARVC, RCM, Infiltrativ kardiomyopati, LVNC)

ACTCI, ACTN2, ALPK3, BAG3, CACNAIC, CSRP3, CTNNA3, DES, DMD, DSC2, DSG2, DSP,
EMD, FHLI, FLNC, FLNC, GAA, GBA, GLA, HFE, ILK, JPH2, JUP, LAMA4, LAMP2, LDB3,
LMNA, MYBPC3, MYH6, MYH7, MYL2, MYL3, MYPN, NEXN, PKP2, PLN, PRKAG2, PSEN2,
PTPNI11, RAF1, RBM20, RITI, RYR2, SCN5A, SGCD, TAFAZZIN (TAZ), TCAP, TGFB3,
TMEM43, TNNCI, TNNI3, TNNT2, TPM1, TTN, TTR, VCL

3. Arytmier/rytmrubbningar (Brugada, CPVT, ERS, LQTS, SQTS, PCCD, Wolff-Parkinson-
White Syndrome, Idiopathic ventricular fibrillation, Atrial fibrillation, Ventricular
Tachycardia, Sick sinus syndrome, Atrial Standstill, Heart Block)

ABCCY, ANK2, CACN2B, CACNAIC, CACNA2DI1, CACNB2b, CALM1, CALM?2, CALMS3,
CASQ2, CAV3, DPP6, DSP, GJA5, GNAI2, HCN4, IRX3, KCNEI, KCNE2, KCNH2, KCNH?2 ,
KCNJ2, KCNJ5, KCNJS, KCNQI , MYL4, NPPA, PRKAG2, RYR2, SCN10A4, SCN1B, SCN4B,
SCN5A, SLC2245, SLC4A43, SNTA1, TBX5, TRDN, TRPM4

4. Plétslig hjartdod (galler aven FFPE analys)

ABCCY9, ACTA2, ACTCI, ACTN2, AKAPY, ANK2, ANKRD1, APOB, BAG3, CACNAIC,
CACNA2D1, CACNB2, CASQ2, CAV3, CBS, COL3A41, COL5A1, COL542, CSRP3, DES, DMD,
DSC2, DSG2, DSP, EMD, FBNI, FEN2, FHLI, FHL2, GLA, GPDIL, JUP, KCNEI, KCNE2,
KCNE3, KCNH2, KCNJ2, KCNJ5, KCNJS, KCNQI, LAMP2, LDB3, LDLR, LDLRAPI, LMNA,
MYBPC3, MYHI11, MYH6, MYH7, MYL2, MYL3, MYLK, MYLK2, MYOZ2, NEBL, NEXN,
PCSKY9, PKP2, PLN, PRKAG2, RBM20, RYR2, SCNIB, SCN3B, SCN4B, SCN54, SLC2A410,
SMAD3, SNTAI, TAZ, TCAP, TGFB2, TGFB3, TGFBRI, TGFBR2, TMEM43 ,TMPO, TNNCI,
TNNI3, TNNT2, TPM1, TTN, TTR, VCL

5. Utdkad analys for plotslig dod (géller aven FFPE analys)

AARS2, ABCC6, ACADY, ACADVL, ACTAI, AGK, AGL, AGPAT2, ALMS1, ALPK3, ANOS,
APOAI, ATPAF2, BRAF, CALM1, CALM2, CALM3, CALR3, CAPN3, CASZI1, CBL, CDH?2,
CHRM?2, COX15, CPT2, CRYAB, CTNNA3, DBH, DNAJC19, DOLK, DPM3, DTNA, DYSF,
EEFIA2, ELAC2, ENPPI, EPGS, ETFA, ETFB, ETFDH, FAH, FBXL4, FBX032, FHOD3,
FKRP, FKTN, FLNC, FOXD4, FOXREDI, FXN, GAA, GATA4, GATAS5, GATA6, GATADI,
GATC, GBEI, GFM1, GLBI, GMPPB, GSK3B, GTPBP3, GUSB, HADHA, HAND1, HAND2,
HCN4, HFE, HRAS, IDUA, ILK, CRPPA, JPH2, KCNAS, KLHL24, KRAS, LAMA2, LARGEI,
LEMD?2, LMOD?2, LRRCI10, LZTRI, MAP2K 1, MAP2K2, MAP3KS8, MIPEP, MLYCD, MRPL3,
MRPL44, MRPS22, MTOI1, MYBPHL, MYL4, MYO18B, MYOT, MYPN, MYRF, NDUFAF2, NFI,
NKX2-5, NONO, NOSIAP, NRAP, NRAS, NUP155, PARS2, PCCA, PCCB, PLEC, PLEKHM?,
PNPLA2, POMTI, PPA2, PPCS, PPPICB, PRDM16, PTPNI11, OQRSLI, RAFI, RASA2, RBCK],
RITI, RMNDI, RRAS, SALL4, SCN10A, SCNN1B, SCNNIG, SCO1, SCO2, SDHA, SELENON,
SGCA, SGCB, SGCD, SGCG, SHOC2, SLC2245, SLC25420, SLC2543, SLC2544, SMCHD,
SOS1, SOS2, SPEG, SPREDI, STAG2, TAB2, TBX20, TBX5, TECRL, TMEM?70, TNNI3K,
TORIAIPI, TRDN, TRIM32, TRPM4, TSFM, VARS2, VCP, VPSI3A4, XK, CLCA2, SLC4A3,
GLRAI, PHOX2B
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6. Muskuldra dystrofier med hjartproblematik
DMD, CAPN3, DYSF, EMD, FHLI, LMNA

7. Lipidrubbningar (triglyceridrubbningar och FH)

ABCAI, ABCGS, ABCGS, ANGPTL3, APOAI, APOAS, APOB, APOC2, CETP, CREB3L3,
CYP27A1, GPDI1, GPIHBPI, LCAT, LDLR, LDLRAPI, LIPA, LIPG, LMFI, LPL, LRP6, MTTP,
PCSKY, PNPLA2, SARIB

8. Syndrom och medfédda hjartsjukdomar (inkl. CHD, heterotaxy, laterality disorders)

ABLI, ACTCI, ACTG2, ACVR2B, ADAMTS19, ALDHIA2, ALMSI, ANKS6, ARMC4, BBS10,
BCOR, BRAF, Cllorf70, C21orf59, CBL, CCDCI103, CCDCI14, CCDCI151, CCDC32,
CCDC39, CCDC40, CCDC65, CCNO, CEP290, CFAP298, CFAP53, CFCI, CHD7, CITED?,
CRELDI, CRKL, CTNNDI, DISPI1, DNAAF1, DNAAF2, DNAAF3, DNAAF4, DNAAFS5, DNAHI,
DNAHI1, DNAHS, DNAH6, DNAHS, DNAHY, DNAII, DNAI2, DNAJB13, DNALI, DRCI, ELN,
FANCB, FLNA, FLT4, FOXHI, FOXJ1, FOXLI, GASS, GATA4, GATAS5, GATA6, GDF1, GJAI,
GPC3, HAND2, HRAS, HYAL2, HYDIN, INVS, IRX4, JAGI, KRAS, LEFTY2, LETMI, LRRC56,
LRRC6, LZTFLI, MAP2K1, MAP2K2, MCIDAS, MEDI13L, MEIS2, MKS1, MMP21, MNSI,
MYH6, MYOM?2, NEKS, NF1, NFATCI, NKX2-5, NKX2-6, NMES, NODAL, NOTCHI, NOTCH?2,
NPHP3, NPHP4, NR2F2, NRAS, NSD1, NSD2, OFDI, PIHID3, PKDILI, PLXNDI, PTPNII,
RAFI, RITI, RPGR, RPSA, RSPH1, RSPH3, RSPH4A4, RSPHY, SEMA3D, SHOC2, SHROOM3,
SMADG6, SOS1, SPAGI, TAB2, TBXI, TBX20, TBX5, TLLI, TRAF7, TTC25, TTCS, ZFPM2,
ZIC3, ZMYNDI10, ZNF423

Monogen diabetes (MODY) paneler

1. MODY - primar panel
ABCCS, APPLI, CEL, GCK, HNF1A4, HNFIB, HNF4A, INS, KCNJ11, KLF11, NEURODI,

PDX1

2. Monogen diabetes - sekundar panel
AKT2, BLK, CISD2, DCAF17, DNAJC3, DYRKIB, GATA4, GATA6, INSR, LMNA, MT-TLI,

PAX4, PAX6, PCBDI, PIK3RI1, PLINI, POLDI, PPARG, PPPIRI5B, RFX6, SLC2943,
TRMTI10A4, WFSI1, ZBTB20, ZFP57, ZMPSTE24
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