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Laboratoi uplatingje flexibilni PFistup k rozsahu akreditace upresnény v dodatku. Aktudini seznam
cinnosti provadénych v ramei flexibilniho rozsahu md laborator k dispozici u vedouciho laboratore.

VysSetieni:
PoFadové PFesny nédzev Identifikace
gislo postupu vySetieni ' postupu vySetieni [ Piedmét vySetFeni
816 - Laboratof léka#ské genetiky

1.  Molekulérné genetické IISOPM_NGL 01/2020 Periferni krev, sliny, DNA
vySetieni duplikaci a deleci
metodou MLPA! | |

2. Molekularne genetické IISOPM_NGL 02/2020 | Periferni krev, sliny, DNA
vySetfeni genti metodou
Sangerova sekvenovani?

Dodatek:
Flexibilni rozsah akreditace

Pofadova &isla postupii vySetieni

2

Laboratof mize modifikovat v dodatku uvedené postupy vySetieni v dané oblasti akreditace pii zachovani principu méfeni.

U vySetfeni v dodatku neuvedenych nemfize laboratof uplatiiovat flexibilni pfistup k rozsahu akreditace

Vysvétlivky:

! Molekulérng genetické vysetieni duplikaci a deleci metodou MLPA

vySetfované geny:

PLPI, PMP22, GJB2, GJB3, GJB6, POU3F4, WFSI, ATL1, SPAST, REEPI, SPG7,
SPG1I, SEPTY9, MTMI, MTMRI1, GDAPI, MTMR2, SBF2, SH3TC2, EGR2, PRX
NEFL, STRC, CATSPER2, OTOA

Molekulamé genetické vySetteni gent metodou Sangerova sekvenovani

vySetfované geny:

PMP22, MPZ, MFN2, RAB7, HINTI, GDAPI, SH3TC2, FBLN5, GJBI, HSP22,
HSP27 SPTECT, BSCLA. SORD‘PJ]U&ZTR EXOSC3, MARVELD2, KCNQ?2,

SCN24, SPAST

vybrané varianty gent: [ % Y 2]
AAR2, AARS, ABCAI3, ABCDI, -~ ACADY; CMSD ACOT2, ADAMI2, ADCYS3,
ADGRB2, ADGRVI, AFF3, AFMID AHDCI, AIFMI, AK9, ALGI3, ALS2,
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ANKRDII, AP2MI, AP5Z1, ARCNI, ARFIPI, ARHGAP44, ARIDIA, ARIDIB,
ASAH2, ASHIL, ASTNI, ASXL3, ATGI0, ATLI, ATPIAI ATPIA2, ATPIA3,
ATPIBI, ATP6VIB2, ATP8B4, ATXNI, AUTS2, BCAN, BFSP2, BMPS5, BPTF,
BRPFI, BRSK2, Cl9orfl2, CACNAIA, CACNAIG, CACNAIH, CACNA2DI,
CACNA2D3, CACNG2, CAD, CAMK24, CANX, CAPNI, CASK, CAV3, CBI,
CCDC18, CCDC6, CCFDN, CCNLI, CDH23, CDKI3, CDELS, CDRI, CELSRI,
CEP290, CFTR, CIC, CILP2, CLCN2, CNKSR2, CNTN4, COL11AI, COL1142,
COLIAIL, COL241, COL445 COL641, COMP, CPTIC, CRAT, CREBBP, CRH,
CSMDI, CSNKIGI1, CTDPI, CTNND2, CUXI, CYFIP2, CYPIBI, CYP7B1, DBH,
DDHDI, DDX6, DEPDCS5, DGKZ, DHDDS, DHX30, DIAPHI, DIAPH3, DNAHII,
DNAHI4, DNM2, DNMT1, DNMT34, DONSON, DRG2, DRP2, DUSP26, DYNCIHI,
DYNC2HI, DYRKIA, EFHCI, EFNBI, EGR3, EIF2B2, EIF2BS, ELP3, ELPGS,
EP400, EPHAS, EPHBI, ERCC2, ESPN, FA2H FASN. FAT2, FBNI, FBX02S,
FGF12, FHLI, FLRT2, FLVCRI, GAA, GABRA2, GABRAG6, GABRB2, GABRD,
GABRG2, GALNT2, GATA3, GCHI, GJB2, GJC2, GNAII, GNAOI, GOLGA4,
GPM6A, GPSM2, GRAMDIC, GRIN2B, GRMS, GSDME, HARSI. HCFC 1, HECW1,
HECW2, HERC2, HERPUD2, HIPI, HIVEPI, HIVEP2, HKI, HOMER?2, HSPAI2B,
HSPAG6, HSPBI, HSPBS, HSPDI, HUWEI, CHDI, CHDIL, CHD2, CHD3, CHDS,
CHD7, CHDS, CHRNA2, CHRNA4, CHRNA7, CHRNB2, CHRNB3, I4RS2, IMMP2I.,
IMPDH2, INF2, IQSEC2, IQSEC3, ITGA2B, JMJDIC, KANKI, KARS, KAT6A,
KCNAI, KCNA2, KCNAB2, KCNHI, KCNHS5, KCNHS, KCNJ4, KCNK9, KCNMB3,
KCNN3, KCNQ3, KCNQ3, KCNSI, KCNTI, KCTDI9, KDM64, KDM6B, KIAA1109,
KIDINS220, KIF14, KIF54, KIF5C, KIRREL3, KLF13, KMT2A4, KMT2B, KMT2C,
KMT2D, KY, LAMBI, LBR, LIMKI, LOXHDI, LRPIB, LY6H, MACFI, MANBA,
MAPIB, MARS, MARS2, MASPI, MAST4, MBDS, MDNI, MECP2, MEDI3L,
MEF2C, METTL22, MGA, MICALI, MITF, MME, MORC2, MPZL2, MRAS,
MRPL15, MSH6, MTMR2, MYEF2, MYHI4, MYH2, MYH7, MYOI154, MYOIB,
MYO7A, MYTI, NAAI5, NARSI, NBEA, NBEALI, NBN, NCORZ, NDRGI, NEFH,
NEFL, NETOI, NEXMIF, NFUI, NIPAIl, NIPA2, NIPBI, NKX2- 5, NLGN3, NOVAI,
NPAS3, NPCI, NPC2, NRG2, NRG3, NRXN2, NSDI, NTRK1, NYAP2, OPAI, OTOA,
OTOF, OTOG, PACSI, PACSIN3, PAK3, PCDHIS, PCDHI9, PCDH20, PCDHS,
PCDHB4, PCDHGB2, PDZD2, PFKFB4, PHACTR2, PHIP, PHYHIP, PIGA, PIGG,
PLAUR, PLCG2, PLEC, PLCH2, PLSI, PLXNBI, PNKD, PNPLAG6, POLG, POLR24,
POU3F4, PPARG, PPFIAI, PPP2R5D, PPP3CA, PRMT7, PRX PTEN, PTPNI4,
PTPN23, PTPRQ, PUF60, PURA, PXDCI, RAIl, RANBP2, RANGAPI, RAPGEF?2,
RBFOX3, RELN, RNASEH2A, ROGDI, RORA, RSCIAI, RUSC?, RYRI, RYR2, RYR3,
SACS, SALLI, SAMDI2, SAMHDI, SCN104, SCNIA, SCN34, SCN74, SCN8A,
SCN9A, SCNA3, SEMA3F, SEPT9, SERPINII, SETBPI, SETDIA, SETD2, SETDS,
SETX, SGCE, SH3BP4, SHANK+— SHANK3, SHROOM4, SLCI242, SLCIA2,
SLCIA4, SLC2042, SLC2244, SLC22A9 SEC25446, SLC2644, SLC2645, SLC241,
SLC3A42, SLC5A44, SLC6A1, SLE9AS, SMARCAB SMCIA, SMNI1, SMPD3, SNAP23,
SODI1, SOS2, SOXS5, SPATAS, SPG11, SPG7, SPTAN] SPTBN2, SPTLC2, SPTLC3,
SRCAP, SRGAP2, SRGAP3,) STARDQ STRC STX]6 STXBPI, SURFI, SYNE],
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SYNGAPI, TACC3, TANC2, TBCE, TBXI, TCF20, TCF21, TCF4, TDP2, TECTA,
TFG, TGMo6, TH, TJP2, TMC1, TMEM106B, TMEM266, TMPRSS3, TNK2, TNRC6A,
TREX], TRIMY, TRIO, TRPM5, TRPV4, TSCI, TSC2, TSEN54, TTC33, TTR, TUBB,
TULP4, UBE3A4, UBTF, ULK4, UNCS80, UPF3B, USHIC, USHIG, USH24, USP34,
USP6, USP7, UXSI, VCP, VEGFD, VPSI3D, VPS374, VRK2, WASHCS, WDFY3,

WDR45, WFSI, WNK2, YARS, YWHAG, ZACN, ZBTBIS, ZC4H2, ZEB2, ZFYVE?2S6,
ZIC4, ZNF423, ZNRF2.

Zkratky:

MLPA Metoda multiplexni amplifikace sond zavisla na ligaci
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