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Analyzované geny 

ABCA3, ABCA4, ABCC6, ABCC8, ACADM, ACADS, ACADVL, ADGRV1, AGL, AGXT, AIRE, ALDOB, ALPL, 
ANK1, AOPEP, ARL6, ARSA, ARSG, ASL, ASPA, ASS1, ATM, ATP7B, BBIP1, BBS1, BBS10, BBS12, BBS2, 
BBS4, BBS5, BBS7, BBS9, BCKDHA, BCKDHB, BCS1L, BCHE, BLM, BTD, CAPN3, CBS, CDH23, CEP290, 
CFTR, CIB2, CLN3, CLPP, CLRN1, CNGB3, COL4A3, COL4A5, COL7A1, CPT2, CRYL1, CTNS, CYP21A2, 
CYP27A1, DCAF17, DHCR7, DLD, DMD, DNAH1, ELP1, ERBB4, ESR1, F2, F5, FAH, FGFR2, FTO, G6PC1, 
GAA, GALC, GALE, GALK1, GALNTL5, GALT, GATA4, GBA, GCDH, GJB2, GJB3, GJB6, GLA, GLB1, 
GNPTAB, HADHA, HARS1, HEXA, HMGA2, HSD17B4, CHD7, CHRM3, CHRNE, IDUA, IFT27, IL2RG, 
INSL3, INSR, KRAS, KRR1, LAMB3, LARS2, LZTFL1, MCCC1, MCCC2, MCOLN1, MEFV, MKKS, MKS1, 
MMACHC, MMUT, MTHFR, MTM1, MVK, MYO7A, NAGLU, NBN, NPHS2, OTC, OXTR, PAH, PCDH15, 
PDZD7, PEX1, PEX10, PEX12, PEX14, PEX16, PEX2, PEX6, PEX7, PKHD1, PMM2, PNPLA6, POLG, POR, 
PPT1, PTPN11, RAB5B, RAD50, RAF1, RNASEH2B, RNF216, RUNX2, SBDS, SDCCAG8, SGSH, 
SLC26A2, SLC26A4, SLC37A4, SMN1, SMPD1, SOS1, SOX10, SOX3, SUOX, TGM1, THADA, TMEM216, 
TOX3, TPP1, TRIM32, TSHR, TTC8, TWNK, TYR, USH1C, USH1G, USH2A, WDPCP, WHRN, WNT9B, 
WT1, XPC, YAP1 

 


