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Indikation

Vid exomsekvensering sekvenseras alla de regioner i genomet som kodar for proteiner. For en viss
sjukdom/tillstdnd kan det vara en specifik gen, eller ett antal specifika gener som ar ldmpliga for
analys. Man kan da bioinformatiskt filtrera s 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 ir déirfor viktigt att
beskriva patientens sjukdomsbild utforligt pa remissen.

Aven riktad analys, analys av enstaka gener och andra fragestillningar in de som har
faststillda genpaneler kan utforas, ange i sa fall detta pa remissen.

Analys av specifik gen
Ange pa remissen den gen for vilken dnskas analys.

Riktad analys, familjeuppfdljning
Ange pé remissen den/de varianter for vilken/vilka dnskas analys, inkludera gérna gennamn,
kodande position/nukleotidférdndring och transkript. Bifoga om mdjligt tidigare genetiskt svar.

Kardiologi - kardiogenetik

1. Aorta- och Bindvavssjukdomar (Marfans syndrom, Ehlers-Danlos syndrom (EDS), Loeys-
Dietzs syndrom, TAAD)
ABLI, ACTA2, ADAMTS10, ADAMTS17, ADAMTS2, ADAMTSL4, AEBPI, ALDHI8A41, ARIHI,
ATP6V0A2, ATP6VIA, ATP6VIEIL, ATP7A4, B3GALT6, B4GALT7, BGN, CIR, CIS, CBS,
CHSTI4, COL11AIl, COL12A1, COLIAI, COLIA2, COL2A41, COL3A1, COL4A5, COL5A1,
COL5A2, COL6AI, COL6A42, COL6A3, DCC, DLG4, DSE, EFEMPI, EFEMP2, ELN, EMILINI,
FBLNS, FBNI, FBN2, FKBP14, FLNA, FOXE3, GORAB, HCN4, IPOS, KCNMAI, LOX, LTBPI,
LTBP3, LTBP4, MAT2A, MED12, MFAPS5, MYHI11, MYLK, NOTCHI, NPR3, PCGF?2,
PDGFRB, PIEZO2, PLODI, PLOD3, PRDM5, PRKGI, PTDSSI, PYCRI, RIN2, ROBO3, SKI,
SLC2A410, SLC39A413, SMAD2, SMAD3, SMAD4, SMAD6, TGFB2, TGFB3, TGFBRI, TGFBR2,
THSD4, TNXB, ZNF469

2. Arytmier/rytmrubbningar (Brugada, CPVT, LQTS, SQTS, Ventricular Tachycardia, Heart
Block etc.)

ABCCY, AKAPY, ANK2, CACNAIC, CACNA2DI1, CACNB2, CALMI1, CALM?2, CALM3, CASQ?2,
CAV3, CDH2, CTNNA3, DPP6, DSC2, DSG2, DSP, GJA5, GNAI2, GNBS5, HCN4, IRX3, JUP,
KCNAS5, KCNEI, KCNE2, KCNH2, KCNJ2, KCNJ5, KCNJS, KCNQI, LEMD?2, LMNA, MYL4,
NPPA, NUP155, PKP2, PRKAG2, RYR2, SCN10A, SCN1B, SCN3B, SCN4B, SCN54, SLC2245,
SLC4A3, SNTAI, TANGO2, TBX5, TECRL, TGFB3, TMEMA43, TNNI3K, TRDN, TRPM4
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Kardiomyopatier (HCM, DCM, ARVC, RCM, Infiltrativ kardiomyopati, LVNC)

AARS2, ABCC9, ACAD9, ACADVL, ACTAI, ACTCI1, ACTN2, AGK, ALMSI, ALPK3, BAG3,
BRAF, CACNAIC, CAPN3, CBL, CDH2, CHKB, COAS5, COA6, COX10, COX15, CPT2, CRPPA,
CSRP3, CTNNA3, DES, DMD, DNAJC19, DOLK, DSC2, DSG2, DSP, DTNA, DYSF, EMD,
EPGS5, FHLI, FHOD3, FKTN, FLNC, FXN, GAA, GATA4, GATA6, GATADI, GBAI, GLA,
GMPPB, GUSB, HADHA, HADHB, HCN4, HFE, HRAS, IDH?2, IDUA, ILK, JPH2, JUP, KRAS,
LAMA2, LAMA4, LAMP2, LARGE1, LDB3, LMNA, LMOD2, LZTRI, MAP2K1, MAP2K2,
MLYCD, MMUT, MRAS, MRPL44, MYBPC3, MYH6, MYH7, MYL2, MYL3, MYLK3, MYOT,
MYPN, NDUFAII, NDUFA2, NDUFAFI1, NDUFBI1, NDUFS2, NDUFSS, NDUFV2, NEXN,
NKX2-5, NONO, NRAP, NRAS, PCCA, PCCB, PKP2, PLD1, PLEC, PLN, PPA2, PPCS,
PPPICB, PPPIRI13L, PRDMI16, PRKAG2, PSEN2, PTPN11, RAF1, RBCKI, RBM20, RITI,
RRAGD, RYR2, SCN5A4, SCO1, SCO2, SDHA, SELENON, SGCA, SGCB, SGCD, SGCG, SHOC?2,
SLC22A45, SLC25A420, SLC25A44, SMCHD1, SOS1, SOS2, SPEG, SPRED2, TAFAZZIN, TCAP,
TGFB3, TMEM43, TMEM?70, TNNCI1, TNNI3, TNNI3K, TNNT2, TPM1, TRIM32, TSFM, TTN,
TTR, VCL

Familjar hyperkolesterolemi (FH)
APOB, LDLR, LDLRAPI, PCSK9

Lipidrubbningar (triglyceridrubbningar och FH)

ABCAI, ABCGS5, ABCGS, ANGPTL3, APOAI, APOAS5, APOB, APOC2, CETP, CREB3L3,
CYP27A41, GPDI, GPIHBPI, LCAT, LDLR, LDLRAPI, LIPA, LIPG, LMF1, LPL, LRP6, MTTP,
PCSKY9, PNPLA2, SARIB

Langt QT-syndrom (LQTS)

AKAPY, ALG10, ALG10B, ANK2, CACNAI1C, CALM1, CALM?2, CALM3, CAV3, KCNEI,
KCNE2, KCNE3, KCNH2, KCNJ2, KCNJ5, KCNQI, NOSIAP, RYR2, SCN4B, SCN54,
SLCI243, SNTAI, TECRL, TRDN

Metabola och endokrina sjukdomar

7.

10.

Addisons sjukdom/primar binjurebarkssvikt

AAAS, ABCDI, AIRE, CDKNIC, CYP11A41l, CYP1IBI, CYP1IB2, CYP17A41l, CYP21A2, DHCR?7,
GFER, HSD3B2, LIPA, MC2R, MCM4, MRAP, MRPS7, NDUFAFS5, NNT, NROBI, NR3Cl,
NR3C2, NR5AI, PEXI, PEXI10, PEXIIB, PEXI2, PEXI3, PEX14, PEX16, PEX19, PEX2,
PEX26, PEX3, PEXS5, PEX6, POLE, POR, SAMDY, SGPLI, STAR, TXNRD2, WNT4

Diabetes insipidus (inkl Nefrogen DI)
AQP2, AVP, AVPR2

Glykogeninlagringssjukdom (Glycogen storage disease)

AGL, ALDOA, ALDOB, ENO3, EPM2A, FBPI1, G6PCI, GAA, GBEI, GYGI, GYSI, GYS2,
LAMP2, LDHA, NHLRCI1, PFKM, PGAM?2, PGKI, PGM1, PHKAI, PHKA2, PHKB, PHKG2,
PRKAG2, PYGL, PYGM, RBCK1, SLC2A42, SLC37A44

Primar hyperparatyreoidism (pHPT, MEN, FHH)
AIRE, AP2S1, CASR, CDC73, CDKNIA, CDKNIB, CDKN2B, CDKN2C, GCM2, GNAII,
MENI, PTH, RET, TRPV6

Kopia utskriftsdatum: 2025-12-09 R&d text markerar andringar fran foregaende revision

Sid 3 (9)



@

Dokumentrubrik Dokumentnr Revision

"& ) REQiOH Orebro lan Paneler for genetisk analys fran exomsekvensering - 793949 R2

- Genlista

Diarienr Dokumentkategori Reviderat datum Giltigt datum from
Rutiner 2023-02-20 2025-12-09

1.

Neu

13.

14.

15.

16.

MODY (Maturity Onset Diabetes of the Young)
ABCCS, APPLI, CEL, GCK, HNF1A4, HNFIB, HNF4A, INS, KCNJ11, KLF11, NEURODI,
PDXI

. Monogen diabetes (inkl Neonatal diabetes och MODY)

ABCCS, AGPAT2, AKT2, ALMSI, APPLI, BSCL2, CEL, CISD2, CNOTI, COQ2, DCAF17,
DNAJC3, DUT, DYRKIB, EIF2AK3, EIF2B1, EIF2S3, EPHXI, FICD, FOXP3, GATA4, GATAG,
GCK, GLIS3, HAMP, HFE, HJV, HNFIA, HNF1B, HNF4A, IER3IP1, IL2RA, INS, INSR,
KCNJI11, LMNA, LRBA, MANF, MNXI, NEURODI, NEUROG3, NKX2-2, ONECUT1I, PAX6,
PCBDI, PDIA6, PDXI, PIK3RI, PLAGLI, PLINI, POCS5, POLDI, PPARG, PPPIRI5B, PTFIA,
RFX6, SLC19A42, SLC29A43, SLC2A2, SLC40A41, SMPD4, STATI, STAT3, TFR2, TMEM1674,
TRMTI10A4, WFSI, YIPF5, ZBTB20, ZFP57, ZMPSTE24, ZNF808

rologi

Cerebral Autosomal Dominant Arteriopati med Subkortikala Infarkter och
Leukoencefalopati (CADASIL) samt Cerebrala mikroangiopatier

ABCC6, ABCDI1, ADAR, AIFM1, AIMPI, ALDH3A2, AP4B1, AP4E1, AP4MI, AP4S1, APP,
ARSA, ASPA, ATPIA2, CACNAIA, CLCN2, COA7, COAS, COL3A1, COL4Al, COL4A2,
COLGALTI, COX15, COX6BI1, CSFIR, CTCI, CYP27A41, D2ZHGDH, DARSI, DARS2, DEGS],
EARS2, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, EPRS1, FA2H, FDX2, FOLRI, FOXCI,
FOXREDI, GALC, GFAP, GFM1, GJC2, GLA, HEPACAM, HIBCH, HSPD1, HTRAI, HYCCI,
IBA57, LZHGDH, LMNBI, LYRM7, MARS2, MLC1, MRPL44, MTFMT, NDUFAF5, NFUI,
NKX6-2, NOTCH3, NT5C2, NUBPL, PLPI, POLR3A, POLR3B, PSAP, PYCR2, RARSI,
RNASEH2A, RNASEH2B, RNASEH2C, RNASET2, RNF216, SAMHD1, SCO1, SDHAFI,
SERACI, SLC1A4, SNORDI118, SOX10, SUMFI, TREXI, TTC19, TUBB4A, ZFYVE26

Cerebrala karimissbildningar

ACTA2, ACVRLI, ADA2, ANGPTL6, ATR, CBL, CCM2, CEP152, CHD4, CNOT3, COL3Al,
ENG, EPHB4, FLVCR2, GDF2, GUCYI1AI, HBB, KRITI, IRAG1, MYHI11, NF1, PCNT,
PDCDI0, PKDI, PKD2, RASAI, RNF213, SAMHD1, SETD5, SLC2A10, SMAD4, SMAD9Y,
THSDI, YYIAPI

Charcot-Marie-Tooths sjukdom (Polyneuropati)

AARSI, AGTPBPI, AIFM1, AMACR, ARHGEF10, ATAD3A, ATLI, ATL3, ATP1AIl, ATP74,
BAG3, BICD2, BSCL2, MTRFR, CCT5, CHCHD10, COA7, COX10, COX6A1, CTDPI,
CYP27A41, DCAFS, DCTNI, DHTKD1, DNAJB2, DNM2, DNMTI, DST, DYNCIHI, EGR2,
RETREGI, FBLNS, FBXO38, FGD4, FIG4, FXN, GAN, GARSI, GDAPI, GJBIl, GNB4, GNE,
GSN, HADHB, HARS1, HINTI, HK1, HSPB1, HSPBS, IGHMBP2, ELPI, INF2, KARSI, KIF1A4,
KIFIB, KIF54, LDB3, LITAF, LMNA, LRSAM1, MARS1, MCM3AP, MED25, MFN2, MME,
MORC2, MPV17, MPZ, MTMR2, MYOT, NDRG1, NEFH, NEFL, NGF, NTRKI, PDK3,
PLEKHGS, PMP2, PMP22, PNKP, POLG, POLG2, PRDM12, PRPSI, PRX, RAB7A4, REEPI,
SACS, SBF1, SBF2, SCNI114, SCNY9A4, SCYLI, SEPTIN9, SETX, SH3TC2, SLC1246, SLC25A446,
SLC52A42, SLC5243, SMAD3, SPG11, SPTBN4, SPTLC1, SPTLC2, SURFI, TFG, TRIM?,
TRPV4, TTR, TYMP, UBAI, VCP, WNKI, YARSI, ZFYVE26

Dystoni

ACBD6, ACTB, ADAR, ADCY5, ANO3, APTX, ARFGEF3, ARSA, ARX, ATADI, ATM, ATP13A2,
ATPI1A2, ATP1A3, ATP2B2, ATPSMC3, ATP7B, AUH, BCAP31, C190rf12, AOPEP, C90rf72,
CACNAIA, CACNAIG, CACNALS, CAMK4, CASR, CLCNI, CLDNS5, CLN3, COASY, COQ84,
CP, CYP27A1, DCAF17, DDC, DLAT, DNAJC12, ECHSI, EIF2AK2, EIF4A2, FA2H, FBXO2S8,
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17.

18.

19.

20.

21.

FBXO7, FITM2, FOXGI, FTL, FUCAI, GABRB3, GALT, GAMT, GBAl, GCDH, GCHI, GJC2,
GLBI, GLRAI, GLRB, GM2A4, GNAL, GNAOI, GNBI, GRINI, GRN, GTPBP2, HIBCH, HPCA,
HPRTI, HTRA2, IMPDH?2, IRF2BPL, KCNAI, KCNA2, KCNJ2, KCNMAI, KCNN2, KCNQ?2,
KCNQ3, KCTD17, MYORG, KIF1A4, KMT2B, L2ZHGDH, MARS2, MECR, MEDZ27, NIT1, NKX2-
1, NKX6-2, NPC1, NPC2, NR442, OPA3, PANK2, PARK7, PCCA, PCCB, PDE10A, PDE24,
PDGFB, PDHAI, PDHX, PINKI, PLA2G6, PNKD, PNKP, POLR3A, PRKN, PRKRA, PRRT2,
PSENI, PTS, ODPR, RHOBTB2, RNASEH2B, RNASEH2C, RNU7-1, SCNIA4, SCN24, SCN44,
SCNS8A, SERACI, SETX, SGCE, SHQI, SLC16A42, SLC1842, SLC19A43, SLC1A43, SLC20A2,
SLC2A1, SLC30A410, SLC30A49, SLC39A414, SLC6A3, SLC6AS5, SNORDI118, AFG2B, SPR,
SOSTM1, SUCLA2, SUOX, SURFI1, SYNJI, SYTI, TAF1, TBC1D24, TH, THAPI, TIMMS8A,
TMEMI151A4, TNPO2, TORIA, TPKI, TREXI, TRPM3, TSPOAPI, TUBB4A, UBTF, VACI14,
VAMP?2, VPS13A4, VPSI3D, VPS16, VPS41, VPS44, WARS2, WDR45, WDR73, XK, YIFIB, YY1,
ZNF3526

Amyotrofisk lateralskleros* (ALS) och Frontotemporal demenssjukdom (FDT)

ALS2, ANG, APOE, APP, ATP1342, ATP1A43, Cl9orf12, CHCHDI10, CHCHD2, CHMP2B,
CSFIR, DCTNI, DNAJCI12, DNAJC6, FBXO7, FIG4, FTL, FUS, GBAl, GCHI, GLT8DI, GRN,
HNRNPAI, ITM2B, KIF54, LRRK2, MAPT, MATR3, NOTCH3, OPTN, PANK2, PARK7, PFNI,
PINK 1, PLA2G6, PRKN, PRKRA, PRNP, PSAP, PSENI, PSEN2, SETX, SIGMAR1, SLC30A410,
SLC39A414, SLC6A43, SNCA, SOD1, SPG11, SPR, SOSTM1, SYNJI, TAF1, TARDBP, TBKI, TH,
TIAI, TREM?2, TUBA4A, UBQLN2, VAPB, VCP, VPS13C, VPS35

* Analys av hexanukleotid repeat expansion (HRE) i C90rf72-genen kors innan panelanalys vid
ALS-fragestéllning.

Intracerebrala kalcifieringsstorningar (Fahrs sjukdom)

ADAR, XPRI1, FARSB, IFIHI, TREXI1, NRROS, CYP2UI, OCLN, PDGFRB, TREM2, SLC20A42,
MYORG, AP1S2, RNASEH2C, JAM3, COL4A1, RNASEH2B, TINF2, CTCI, ACP35, FARSA,
RNASEH2A, SAMHD1, USP18, PDGFB

Myoklonusdystoni
ADCYS5, ANO3, ATM, ATP1A43, GCHI, GNAL, GNAOI, GNBI, HPCA, KCNN2, KCTD17,
NKX2-1, PRKCG, SCN84, SGCE, TH, THAPI, YY1

Neuroferritinopatier
ATP13A42, C19orf12, COASY, CP, DCAF17, FA2H, FTL, PANK2, PLA2G6, WDR45, HFE

Neuromuskulara sjukdomar (myopati, muskeldystrofi, atrofi etc.)

ABHDS5, ACAD9, ACADM, ACADS, ACADVL, ACTAI, ACTN2, ACTN3, ACVRI, ADSS1, AGL,
AGRN, AIFM1, ALDOA, ALG13, ALG14, ALG2, AMPDI, ANOS, AR, ASAHI, ASCCI, ASCC2,
ASCC3, ATP2A1, ATP2A2, B3GALNT2, B3GNT2, B4GALNTI, B4GATI, BAG3, BETI, BICD2,
BINI, CACNAIA, CACNAILS, CAMSAPI, CAMSAP2, CAPN3, CASQI1, CASQ2, CAV3, CAVINI,
CAVIN4, CCDC78, CELFI, CELF2, CFL2, CHAT, CHCHD10, CHKB, CHRNAI1, CHRNBI,
CHRND, CHRNE, CHRNG, CKM, CLCNI, CLN3, CMYA5, CNBP, CNTNI, COLI12A1,
COLI13A41, COL4A41, COL4A2, COL6AI, COL6A2, COL6A3, COLQ, COQ2, COQS5, COQ84,
COX6A42, CPT2, CRPPA, CRYAB, CSRP3, CUL3, DAGI, DCST2, DES, DGUOK, DMD, DMPK,
DNAJBI, DNAJB2, DNAJB6, DNAJC19, DNAJCS5, DNM?2, DNMT3B, DOK7, DOLK, DPAGTI,
DPMI, DPM2, DPM3, DYNCIHI, DYSF, ECELI, EMD, ENO3, EPG5, ESRRG, ETFA, ETFB,
ETFDH, EXOSC3, FAMI111B, FATI, FBN2, FBX032, FDX2, FHLI, FHL2, FKBP14, FKRP,
FKTN, FLADI, FLNC, FXRI, FYCOI, GAA, GAPDH, GATM, GBEI, GFPTI, GGPSI, GMPPB,
GNB4, GNE, GOLGA2, GOSR2, GSN, GYGI, GYSI, HACDI, HADHA, HADHB, HEXB, HINT3,
HKI1, HNRNPAI, HNRNPA2B1, HNRNPDL, HRAS, HSPB1, HSPB2, HSPB3, HSPB6, HSPBS,
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HSPG2, IGHMBP?2, INPP5K, INTS11, ISCU, ITGA7, ITPRI, JAG1, JAG2, KBTBD13, KCNEI,
KCNE3, KCNJ18, KCNJ2, KCNJ5, KCNQI, KLCI, KLHL40, KLHL41, KLHL9, KY, LAMA?2,
LAMBI, LAMPI, LAMP2, LARGEI, LDB3, LDHA, LDHB, LIFR, LIMS?2, LIPE, LMNA, LMOD3,
LPINI, LRP4, LTBP4, MAP3K20, MARS1, MATR3, MB, MBNLI, MBNL2, MBNL3, MEGF10,
MGMEIL, MICUI, MME, MMPS8, MSTN, MSTO1, MTM1, MTMR14, MUSK, MYBPCI,
MYBPC2, MYBPC3, MYHI, MYH2, MYH3, MYH4, MYH7, MYHS, MYL1, MYL10, MYL11,
MYLI124, MYLI12B, MYL2, MYL3, MYL4, MYL5, MYL6, MYL6B, MYL7, MYL9, MYLIP, MYLK,
MYLK2, MYLK3, MYLK4, MYMK, MYOI18B, MYO9A4, MYODI, MYOMI1, MYOM?2, MYOMS3,
MYOT, MYOZI1, MYOZ2, MYOZ3, MYPN, NALCN, NBRI, NEB, NEBL, NEFL, NTRK1, OBSCN,
OBSL1, OPTN, ORAll, PABPNI, PAX7, PDK3, PDLIM3, PDLIM5, PDLIM7, PFKM, PGAM?2,
PGKI, PGMI1, PHKAI, PHKB, PIEZOI, PIEZO2, PIP4P1, PIP4P2, PLEC, PLEKHG4,
PLEKHGS, PLN, PNPLA2, PNPLAS, POPDCI (BVES), POGLUTI, POLG, POLG?2,
POMGNTI, POMGNT2, POMK, POMTI, POMT2, POPDC3, PREPL, PRKAG2, PUSI, PYGM,
PYROXDI, ODPR, RAB33B, RAPSN, RBCKI, RBM20, RRM2B, RXYLTI, RYRI, RYR3, SACS,
SARS2, SBDS, SBF'1, SCN4A, SELENON, SEPTINY, SGCA, SGCB, SGCD, SGCE, SGCG, SILI,
SLCI16A1, SLCI18A3, SLC2245, SLC25A41, SLC25A420, SLC25432, SLC2544, SLC25A442,
SLC4A1, SLC52A41, SLC5242, SLC52A43, SLC542, SLC5A7, SLC7410, SMCHD1, SMNI, SMN2,
SMPX, SOD1, SOX10, SPEG, SPG11, SPP1, SPTANI, SPTB, SPTBN4, SPTBNS5, SOSTM1, SRF,
SRPK3, STAC3, STIM1, STIM2, SUCLA2, SUCLGI, SVIL, SYNE1, SYNE2, SYNE3, SYNPO2,
SYT2, TAFAZZIN, TANGO?2, TARDBP, TBCE, TCAP, TFG, TIAl, TIALI, TK2, TMEMI126B,
TMEM43, TMOD3, TNNCI, TNNC2, TNNII, TNNI2, TNNI3, TNNTI, TNNT3, TNPO3,
TORIAIPI, TP53INP2, TPI1, TPM1, TPM2, TPM3, TPP1, TRAPPCI, TRAPPCII, TRIM32,
TRIM54, TRIMS5S5, TRIM63, TRIP4, TRPV4, TSFM, TTN, TTR, TWNK, TYMP, UBAI, VAMPI,
VCP, VMA21, VPS134, VRKI, XIRP1, XIRP2, YARS2, ZBTB8B, ZNF334

22. Kanalopatier (Skelettmuskel- och hjarnkanalopatier)
ADCYS5, ATPIA2, ATP1A3, ATP2A1, ATP7B, CACNAIA, CACNAILS, CACNB4, CLCNI, GLRAI,
GLRB, KCNAI, KCNJ2, KCNJ5, KCNK18, KCNMAI, KCNQ2, KCNQ3, PNKD, PRRT2, PYGM,
RYRI, SCNIA, SCN4A4, SCN8A, SLCIA3, SLC2A1, SLC6AS5, SPR

Horsel / Audiologi

23. Alports syndrom
CDI51, COL4A3, COL4A44, COL4A45, COL4A6, MYH9

24. Horselnedsattning* (stor panel)
ABHD12, ABHDS, ACOXI, ACTB, ACTGI, ADCYI1, ADGRVI, AIFMI, AK2, ALMS]I,
AMMECRI, ANKH, ANLN, APIBI1, AP1S1, ARSG, ATPIA3, ATP2B2, ATP6V0A4, ATP6VIBI,
ATP6VIB2, BCAP31, BCSIL, BDPI, BMP4, BRAF, BSND, BTD, CI100RF2, CABP2,
CACNAID, CATSPER2, CCDC50, CD151, CD164, CDCI4A4, CDC42, CDH23, CDK5RAP2,
CDKY9, CDKNIC, CDTI, CEACAM16, CEP250, CEP78, CHD7, CHSYI, CIB2, CISD2,
CLDNI14, CLDNY, CLIC5, CLPP, CLRNI, COCH, COLI11A1, COL11A2, COL2A41, COL4A3,
COL4A44, COL4A5, COL4A46, COL9AI, COL9A42, COL9A3, CRLSI, CRYM, DAP3, DCAF17,
DCDC2, DFNAS, DFNB31, DFNB59, DHODH, DHRSX, DIABLO, DIAPHI, DIAPH3, DLX35,
DMXL2, DNMTI, DSPP, EDN3, EDNRA, EDNRB, EFTUD2, EIF3F, ELMOD3, EPSS, EPSSL2,
ESPN, ESRPI, ESRRB, EYAl, EYA4, FAMI136A4, FAM65B, FDXR, FGF10, FGF3, FGFRI,
FGFR2, FGFR3, FITM2, FOXCI, FOXII, GABI, GATA2, GATA3, GDF6, GGPSI, GIPC3,
GJAI, GJBI, GJB2, GJB3, GJB6, GNAI3, GPR156, GPRASP2, GPSM2, GREBIL, GRHL2,
GRXCRI, GRXCR2, GSC, GSDME, HAAO, HARS, HARSI, HARS2, HGF, HOMER?2, HOXAI,
HOXA2, HOXBI, HSD17B4, HSPA9, ILDRI, KARS, KARSI, KCNEI, KCNJ10, KCNJI6,
KCNQI, KCNQ4, KDM3B, KDM6A, KIAA0391, KIAA1024L, KIT, KITLG, KMT2D, KRAS,
LARS2, LETM1, LHFPLS5, LHX3, LMNA, LMXIA, LMXIB, LOXHDI, LRP2, LRTOMT, LZTRI,
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MAN2BI, MANBA, MAP1B, MAP2K1, MAP3K20, MARVELD2, MASPI, MCM2, MET, MGP,
MIRY96, MITF, MNI1, MORC2, MPZL2, MRAS, MRPL49, MSRB3, MT-ATP6, MT-ATPS, MT-
COI, MT-CO2, MT-CO3, MT-CYB, MT-ND1, MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-
ND5, MT-ND6, MT-RNR I, 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-
182, MT-TT, MT-TV, MT-TW, MT-TY, MYHI14, MYH9, MYO154, MYO3A4, MYO6, MYO7A,
NARS2, NDP, NDRGI, NEFL, NF2, NLRP3, NOG, NRAS, NR2F'1, OGDHL, OPAI, ORCI,
ORC4, ORC6, OSBPL2, OTOA, OTOF, OTOG, OTOGL, P2RX2, PAXI, PAX2, PAX3, PBXI,
PCDHI15, PCGF2, PDEIC, PDZD7, PEXI, PEXI1B, PEX12, PEXI3, PEXI4, PEX2, PEX26,
PEXS5, PEX6, PEX7, PHYH, PISD, PJVK, PLCB4, PLOD3, PLS1, PLXNB2, PMP22, PNPT1I,
POLDI, POLRIC, POLRID, POU3F4, POU4F3, PRPSI, PTPNII, PTPRQ, RABGAPI, RAF1I,
RAII, RASA2, RDX, REST, RFC4, RFTI, RITI, RMNDI, RNF220, RORI, RPS6KA3, RRAS2,
SI1PR2, SALLI, SALL4, SEMA3E, SERACI, SERPINB6, SF3B4, SGPLI, SH3TC2, SIX1, SIX2,
SIX5, SLCI12A41, SLC1242, SLC17A48, SLC19A42, SLC22A44, SLC26A44, SLC26A45, SLC29A43,
SLC33A41, SLC44A4, SLC4A11, SLC52A42, SLC52A43, SLC9A1, SLITRK6, SMAD4, SMPX,
SNAI2, SOS1, SOS2, SOX10, SOX2, SPATAS5, SPATASLI, SPTBN4, STAG2, STRC, STXBP3,
SUCLA2, SUCLGI, SYNE4, SYT2, TBC1D24, TBL1X, TBX1, TCOF1, TECTA, TFAP24,
THUMPDI, TIMMS8A, TJP2, TMCI, TMEM126A4, TMEM132E, TMIE, TMPRSS3, TNC, TPRN,
TRAF7, TRIOBP, TRMU, TRPV4, TRRAP, TSHZI, TSPEAR, TUBB4B, TXNL4A, TWNK, TYR,
UBRI, USHIC, USHIG, USH24, USP48, VCAN, VPS33B, WBP2, WFSI, WHRN, XYLT2, YARS,
ZSCANI0

*Denna panel skickas till Centogene for analys.

25. Ushers syndrom
ABHDI12, ADGRVI, ARSG, CDH23, CEP250, CEP78, CIB2, CLRNI, WHRN, ESPN, HARSI,
MYO7A, PCDHI15, PDZD7, PEXI, PEX6, PRPSI, TUBB4B, USHIC, USHIG, USH24

Oftalmologi

26. Albinism
AP3B1, BLOCIS3, BLOC1S6, DTNBP1, EDN3, EDNRB, GPR143, HPS1, HPS3, HPS4, HPSS,
HPS6, LRMDA, LYST, MCIR, MITF, MLPH, MYO5A, OCA2, PAX3, RAB27A, SLC24A5,
SLC38A48, SLC45A42, TYR, TYRPI

27. Makuladegeneration
ABCA4, BESTI, CIQTNFS5, CDH3, CERKL, CNGB3, CRBI, CRX, CTNNAI, DRAM2, EFEMPI,
ELOVL4, IMPGI, IMPG2, KCNV2, MFSDS8, NMNATI, PRDM13, PROMI, PRPH2, RAX2,
RDHI12, RDHS5, RLBPI, RPILI, RPGR, RSI, TIMP3

28. Retinala dystrofier (RP)
ABCA4, ABCC6, ABCDI1, ABHD12, ACO2, ADAMY, ADAMTSIS8, ADGRVI1, ADIPORI, AGBLS,
AHII, AIPLI, ALMSI1, AMACR, ARHGEF18, ARL13B, ARL2BP, ARL3, ARL6, ARMCY, ARR3,
ARSG, ATF6, ATOH7, B9D1, B9D2, BBIP1, BBSI, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7,
BBSY, BESTI, CIQTNF5, CFAP410, PCARE, CPLANEI, CFAP418, CA4, CABP4, CACNAIF,
CACNA2D4, CAPNS, CC2D2A4, CDH23, CDH3, CDHRI, CEP104, CEP120, CEP164, CEPI9,
CEP250, CEP290, CEP41, CEP78, CEP83, CERKL, CHM, CIB2, CISD2, CLN3, CLN5, CLN6,
CLNS, CLRNI, CNGAI, CNGA3, CNGB1, CNGB3, CNNM4, COL11A1, COL11A2, COLI8Al,
COL2A41, COL9A1, COL9A42, COLYA43, COQ2, CPE, CRBI, CRX, CSPPI, CTCI, CTNNAI,
CTNNBI, CTSD, CWC27, CYP4V2, WHRN, DHDDS, DHX38, DNAJCS5, DRAM?2, DTHDI,
DYNC2HI, EFEMPI, ELOVL4, EMCI, ESPN, EXOSC2, EYS, FAM161A4, FDXR, FLVCRI,
FRMD?7, FZD4, GNATI, GNAT2, GNB3, GNPTG, GPRI143, GPRI179, GRKI, GRM6, GUCAIA,
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GUCY2D, HARS1, HGSNAT, HK1, HMXI, IDH3A, IDH3B, IFT140, I[FT172, I[FT27, IFTS1,
IMPDHI, IMPGI, IMPG2, INPPSE, INVS, IQCBI, CRPPA, JAG1, KCNJ13, KCNV2, KATNIP,
KIAA0586, KIAA0753, KIAA1549, KIF11, KIF7, KIZ, KLHL7, LAMAI, LCA5, LRAT, LRIT3,
LRP2, LRPS5, LZTFLI, MAK, MERTK, MFN2, MFRP, MFSDS, MKKS, MKS1, MMACHC,
MTTP, MVK, MYO7A, NAGLU, NDP, NEK2, NMUNATI, NPHP1, NPHP3, NPHP4, NR2E3,
NR2F1, NRL, NYX, OAT, OCA2, OFDI, OPAl, OPA3, OPNISW, OTX2, P3H2, PANK2, PAX2,
PCDHI5, PCYTIA, PDE64, PDE6B, PDE6C, PDE6D, PDE6G, PDE6H, PDSSI, PDSS2,
PDZD7, PEXI, PEXI10, PEX11B, PEX12, PEX13, PEXI14, PEX16, PEX19, PEX2, PEX26, PEX3,
PEXS5, PEX6, PEX7, PHYH, PISD, PITPNM3, PLA2G5, PLK4, PNPLA6, POCIB, POMGNT]I,
PPTI, PRCD, PRDM13, PROM1, PRPF3, PRPF31, PRPF4, PRPF6, PRPFS8, PRPH?2, PRPSI,
RAB2S8, RAX2, RBP3, RBP4, RCBTBI, RD3, RDHI1, RDHI2, RDHS5, REEP6, RGR, RGS9,
RGS9BP, RHO, RIMSI, RLBPI1, ROMI, RP1, RPILI, RP2, RPE65, RPGR, RPGRIPI,
RPGRIPIL, RS1, RTN4IP1, SAG, SAMDI11, SCAPER, SCLT1, SDCCAGS, SEMA44, SGSH,
SLC24A41, SLC25446, SLC4542, SLC7A14, SNRNP200, SPATA7, SPP2, SRD5A43, TCTNI,
TCTN2, TCTN3, TEADI, TIMMS8A, TIMP3, TMEM107, TMEM126A, TMEM138, TMEM?216,
TMEM231, TMEM237, TMEMG67, TOPORS, TPPI, TRAF3IP1, TREXI, TRIM32, TRPM]I,
TSPANI2, TTC21B, TTCS, TTLL5, TTPA, TUB, TUBB4B, TUBGCP4, TUBGCP6, TULPI, TYR,
TYRPI, USHIC, USHIG, USH2A, VCAN, VPS13B, WDPCP, WDR19, WFSI, YMEILI, ZNF40S,
ZNF423, ZNF513

29. Stargardts sjukdom
ABCA4, CHM, CYP4V2, ELOVL4, PLA2G5, PROMI, PRPH2, RDHS, RHO, RLBPI, RSI,
VPSI3B

30. Ushers syndrom
ABHD12, ADGRVI, ARSG, CDH23, CEP250, CEP78, CIB2, CLRNI, WHRN, ESPN, HARSI,
MYO74, PCDH15, PDZD7, PEX1, PEX6, PRPSI1, TUBB4B, USHIC, USHIG, USH2A4

Ovrigt

31. Abnormal Genitalia panel (Disorders of Sex Development)
AMH, AMHR?2, ANOSI, AR, ARX, ATRX, BCOR, CDK9, CDKNIC, CEP41, CHD4, CHD?7,
CREBBP, CYB5A, CYPI11AI, CYPIIBI, CYPI7A1, CYPI9A1, CYP2IA2, DHCR7, DHH,
DYNC2HI, ERCC3, FEZFI, FGF17, FGFS, FGFRI, FIG4, FRASI, FSHB, GATA4, GNRH |,
GNRHR, HS6ST1, HSD17B3, HSD3B2, ILI17RD, IRF6, KISS1, KISSIR, LEP, LEPR, LHB,
LHCGR, MAMLD1, MAP3K1, MKRN3, MKS1, NROBI, NR5A1, NSMF, POLR3B, POR, PROK?2,
PROKR2, PROPI, RNF216, RSPOI1, SAMDY, SGPLI, SOX10, SOX2, SOX9, SRD5A2, SRY,
STAR, TAC3, TACR3, TOEL, TSPYLI, WDRI11, WTI1, ZFPM2

32. Ektodermal dysplasi
ANAPCI, APCDDI, AXIN2, BCSIL, C3orf52, CDH3, CDSN, DSG4, DSP, EDA, EDAR,
EDARADD, ERCC2, EVC, EVC2, GJB2, GJB6, GRHL2, HLA-DRA, HOXCI13, HR, IFT122,
IKBKG, JUP, KREMENI, KRT14, KRT25, KRT71, KRT74, KRTS81, KRT83, KRTS85, KRTS6,
LEFI, LIPH, LPARG6, LRP6, LSS, MBTPS2, MPLKIP, MSXI, NECTINI, NECTIN4, NFKB2,
NFKBIA, PAXY9, PKP1, PORCN, PPPIRI3L, PRKDI, RIPK4, RSPO4, SDRYC7, SNRPE,
SREBF1, ST14, TP63, TSPEAR, TUFTI, WDR35, WNTI104

33. Familjar lungfibros
ABCA3, CSF2RA, CSF2RA, CSF2RB, DKC1, ELMOD2, FAMI111B, FOXFI, HPSI, HPS4,
ITGA3, NAF'I, NF1, NKX2-1, PARN, RTELI, SFTPAI, SFTPA2, SFTPB, SFTPC, SLC34A2,
SLC7A47, SMPD1, STAT3, STING1, STRA6, TERC, TERT, TINF2, TSC1, TSC2
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34. Karlmissbildningar (AVM)
ACVRLI, ATM, ATR, BMPR2, CCM2, ELMO2, ENG, EPHB4, FOXF1, GDF2, GLMN, KRIT],

MREI11, PDCDI10, PIK3CA, PTEN, RASAI, SMAD4, SOX18, STAMBP, TEK

35. Arftlig endokrin cancer (inkl Hereditir feokromocytom/paragangliom)
AIP, APC, CDC73, CDKNIB, DICERI, FH, MAX, MENI, MET, NF1, PRKARIA, PTEN, RET,
SDHA, SDHAF?2, SDHB, SDHC, SDHD, TMEM127, TP53, VHL, WRN
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