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BADANIA GENETYCZNE

Panel

dysmorfia

Badanie to jest zaprojektowane w celu diagnozy pacjentdw cierpigcych na zespot

dysmorficzny. Panel obejmuje 776 gendw powigzanych z zaburzeniami takimi jak RASopatie,
nerwiakowtékniakowatosc typu 1 czy zespotem Noonan. Wykonywany jest metoda sekwencjonowania
nowej generacji (NGS) wraz z analizg CNV.

Zespoly i zaburzenia objete zakresem m. in.:

&/ Zespot Bardeta-Biedla
\/ Zespot sercowo-twarzowo-skérny
V Malformacje jamiste moézgu

“ Rozszczep wargi i podniebienia 4 )
“ Zespot Cornelii de Lange

“ Dysplazja szkieletowa ciliopatyczna

J Kraniosynostoza i zaburzenia twarzoczaszki C E N A
V Zespdt heterotaksji

V Choroba Hirschsprunga 3890 ZL
“ Lissencefalia i wady rozwojowe mdzgu

\/ Dysplazja przynasadowa i mnoga nasadowa
« Neurofibromatoza Czas oczekiwania na wynik:
&/ Zespoty Noonana-RASopatii 25 dni roboczych
“ Zespot Seckela - /
\/ Rozlegta dysplazja szkieletowa

V Zespot Sticklera

“ Stwardnienie guzowate
V Zespdt Waardenburga
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Analizowane geny: A2MLI1, ABCAI12, ABCB6, ABCC6, ABLIT, ACP5, ACTAI, ACTA2, ACTB, ACTGT, ACVR2B, ADAMTSI18, ADAMTS2,
ADAMTSL2, ADGRGI, ADGRG6, AEBP1, AFF4, AGPS, AGRN, AHDCI, AHI1, AKR1C4, AKT3, ALDH18AI1, ALDH1A3, ALG2, ALPL,
ALX1, ALX4, AMELX, AMERI, AMH, AMHR2, AMPD2, ANKH, ANKLE2, ANKRDT1I, ANKS6, ANOS5, ANOSI, AP4M1, ARFGEF2,
ARHGAP29, ARHGAPZ1, ARIDIA, ARIDI1B, ARID2, ARLI3B, ARL3, ARLG, ARSL, ARX, ASPM, ASXLI1, ASXL3, ATP6VOA2, ATPE6VOA4,
ATPBVIA, ATPGVIE], ATP7A, ATR, ATRX, B3GALNT2, B3GAT3, B3GLCT, B4GALT7, B4GAT1, BODI1, B9D2, BBSI, BBSIO, BBSI2,
BBS2, BBS4, BBS5, BBS7, BBS9, BCLITA, BCOR, BGN, BIN1, BMP1, BMP2, BMP4, BMPRIB, BNC2, BRAF, CIR, C1S, CANTI,
CASK, CASR, CBL, CBS, CC2D2A, CCDC28B, CCDC39, CCDC40, CCDC65, CCM2, CCN6, CCNO, CDC45, CDHI1, CDKI13,
CDK5RAP2, CDKNIC, CDON, CENPF, CEP135, CEP152, CEP164, CEP290, CEP41, CEP63, CFAP298, CFAP418, CFAPS53, CFL2,
CHAT, CHD4, CHD7, CHMP1A, CHRNAI, CHRNBT, CHRND, CHRNE, CHRNG, CHST14, CHST3, CHSY1, CILK]1, CIT, CLCNS5, CLP1,
CNOTI1, CNTNAPT1, COASY, COG5, COLIOAI, COLNAI, COLITA2, COLI2A], COLI3AI, COLIAI, COLIA2, COL2AI, COL3Al, COL4A],
COLS5AI, COL5A2, COL6AIL, COL6A2, COL6A3, COL9AIL, COL9A2, COL9A3, COLECIO, COLECTI, COLQ, COMP, COX7B, CPAP,
CPLANE]1, CRB2, CREB3LI], CREBBP, CRELD]1, CRIPT, CRPPA, CRTAP, CSCALNACTT, CSPP1, CTNNA2, CTNNDIT, CUL4B, CUL7,
CYBS5A, CYP19A], CYP1BI1, CYP26BI1, DAGT, DCC, DCHSI, DCX, DDR2, DDX59, DEAF1, DHCR24, DHCR7, DHODH, DLL3, DLL4,
DMP1, DNAAFT, DNAAFT, DNAAF19, DNAAF2, DNAAF3, DNAAF4, DNAAF5, DNAHI, DNAHT], DNAHS5, DNAII, DNAI2,
DNAIJBI13, DNALI, DNM2, DOCK6, DOK7, DPAGTI, DPF2, DRC1, DSE, DVL3, DYM, DYNCIHT, DYNC2HT1, DYNC2I1, DYNC2I2,
DYNC2LN, DYRKIA, EBP, ECELI, EDN3, EDNRB, EFEMP2, EFNBI, EFTUD2, EGR2, EIF2AK3, EIF2S3, ELN, ENPP1, EOGT, EPGS5,
ERCCI, ERCC2, ERCC5, ERCC6, ERF, ESCO2, EVC, EVC2, EXOSC3, EXOSC9, EXT1, EXT2, EYAl, FAM20C, FAS, FAT4, FBLNT,
FBLNS, FBNT, FBN2, FBXL4, FBXWTI, FGD]1, FGF10, FCF23, FGF8, FGFR1, FGFR2, FGFR3, FHLI], FKBP10, FKBP14, FKRP, FKTN,
FLCN, FLNA, FLNB, FOXC1, FOXE], FOXL2, FRAST, FREMT1, FREM2, FZD6, CAS8, GATA4, GBAI, GBET, GDF1, GDF3, GDF5, GDF6,
GDNF, GFPT1, GGCX, GJAI, GLE1, GLI2, GLI3, GMPPB, GNAS, GNPAT, GORAB, GPC3, GPC6, GRHL3, GRIP1, HBAI, HCCS,
HDACS8, HES7, HESXT, HEXA, HMX]1, HOXA13, HOXD13, HRAS, HSPG2, HUWE], HYDIN, HYLSI, IER3IP1, IFITMS5, IFT122, IFT140,
IFT172, IFT27, IFT43, IFT80, IFT81, IGFIR, IHH, ILTIRA, INPP5E, INPPLI, INVS, IPOS8, IRF6, ITGB4, JAGT, KATEB, KATNBT, KBTBDI13,
KDMS5C, KDMBA, KIAA0586, KIFT, KIF14, KIF22, KIF2A, KIF5C, KIF7, KIFBP, KIT, KLHL40, KLHL41, KMT2A, KMT2D, KNLI1, KRAS,
KRIT1, LICAM, LAMA2, LAMA3, LAMBIT, LAMB3, LAMC2, LARGE], LBR, LFNG, LIFR, LMNA, LMOD3, LMXIB, LOX, LRP2, LRP4,
LRP5, LTBP3, LZTFLI, LZTR1, MAB21L2, MACF1, MAFB, MAGEL2, MAP2K1, MAP2K2, MASP1, MATN3, MBTPS2, MCIDAS, MCPH]T,
MEDI12, MED13L, MED17, MEGF8, MEIS2, MEOXI, MESP2, MFAP5, MFRP, MFSD2A, MGP, MID1, MITF, MKKS, MKS1, MMP13,
MMP15, MMP21, MMP9, MNT1, MRAS, MSMOT, MSX1, MSX2, MT-ATP6, MT-ATP8, MT-CO1, MT-CO2, MT-CO3, MT-CYB, MT-NDI,
MT-ND2, MT-ND3, MT-ND4, MT-ND4L, MT-ND5, MT-ND6, MT-RNRI1, 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-TSI, MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY,
MTMT, MUSK, MYBPCT, MYCN, MYHT1, MYH2, MYH3, MYHS8, MYLK, MYO18B, MYO7A, MYO9A, NAATO, NALCN, NBAS, NCAPD3,
NDET, NDP, NEB, NECTIN1, NEK1, NEK8, NEK9, NEPRO, NF1, NF2, NHEJ1, NIPBL, NKX2-5, NKX3-2, NME8, NODAL, NOG,
NOTCHT, NOTCH2, NPHP1, NPHP3, NPR2, NR2F2, NRAS, NRGC1, NSDT, NSDHL, NSUN2, NT5E, OBSLI1, OCRL, ODADI1, ODAD2,
ODAD3, ODAD4, OFD1, OPHNT, ORCI1, OTX2, P3H1, P4HB, PAFAHIBT, PAPSS2, PAX2, PAX3, PAX6, PAX7, PAX9, PCNT, PDCDIO,
PDE4D, PDEGD, PEX7, PGM1, PHEX, PHF6, PHF8, PHYH, PIBFI1, PIEZO2, PIGA, PIGV, PIP5KIC, PITX2, PKDILI, PKD2, PKHDI,
PLEKHA7, PLK4, PLODI, PLOD2, PLP1, PMM2, PNKP, PNPLA6, POLAI, POLRIC, POLRID, POMC, POMGNTI], POMGNT2,
POMK, POMTI, POMT2, POR, PORCN, PPARG, PPIB, PPPICB, PQBP1, PRDMS5, PREPL, PRKARIA, PRKGT1, PRPH2, PRSS56,
PTCHT, PTHIR, PTHLH, PTPNTI, PXDN, PYCRI1, PYCR2, QARSI RAB18, RAB23, RAB3CAPT1, RAB3GAP2, RAD21, RAF1, RAPSN,
RARB, RARS2, RASAI, RASA2, RAX, RBBP8, RBP4, RBPJ, RELN, RET, RHO, RIN2, RIPK4, RIPPLY2, RIT1, ROBO3, ROR2,
RPGRIPIL, RPLIO, RPSE6KA3, RSPHI, RSPH3, RSPH4A, RSPH9, RTTN, RUNX2, RXYLTI, RYRI, SALLI, SALL4, SASS6, SATB2,
SBDS, SCN4A, SDCCAGS, SEC24D, SELENON, SEMA3E, SEPSECS, SERPINF1, SERPINHT, SF3B4, SH3PXD2B, SHH, SHOC2,
SHROOM4, SIX3, SIX6, SKI, SLC18A3, SLC25A19, SLC26A2, SLC2A10, SLC34A3, SLC35D1, SLC38A8, SLC39A13, SLC5A7, SLCOAG,
SMAD2, SMAD3, SMAD4, SMADG6, SMARCA2, SMARCA4, SMARCALIL, SMARCBI, SMARCC2, SMARCE]T, SMCI1A, SMC3, SMCHD],
SMOCT, SMS, SNAI2, SNAP29, SNTGT, SOSI, SOS2, SOX10, SOXT1, SOX2, SOX9, SP7, SPAG], SPARC, SPECCIL, SPREDI, SPRY4,
STAMBP, STIL, STRAG, SUFU, SYT2, TAF6, TBCID20, TBC1D23, TBC1D24, TBXI1, TBX15, TBX2, TBX22, TBX3, TBX5, TBX6, TCF12,
TCF4, TCOFI, TCTNI1, TCTN2, TCTN3, TENM3, TENT5A, TFAP2A, TGDS, TGFBI, TGFB2, TGFB3, TGFBRI, TGFBR2, TGIF1, TK2,
TMCOI1, TMEMI138, TMEM216, TMEM231, TMEM237, TMEM67, TMEM70, TMTC3, TNFRSF11B, TNNI2, TNNTI, TNNT3, TNXB, TOET],
TORIA, TP63, TPM2, TPM3, TRAF3IP1, TRIM32, TRIP11, TRMTIOA, TRPSI, TRPV4, TSCI1, TSC2, TSENIT5, TSEN2, TSEN54, TTC21B,
TTC8, TUBAIA, TUBAS, TUBB, TUBB2A, TUBB2B, TUBB3, TUBGI, TUBGCP4, TUBGCP6, TWISTI, TXNL4A, TYR, UBAI, VAMPT,
VCAN, VIPAS39, VLDLR, VPSI3B, VPS33B, VPS53, VRKI, VSX2, WDPCP, WDRI11, WDR19, WDR35, WDR62, WNTI1, WNT5A,
WNT7A, XYLTT, YWHAE, ZBTB24, ZC4H2, ZEB2, ZFPM2, ZIC1, ZIC2, ZIC3, ZMYNDIO, ZNF335, ZNF423, ZNF469, ZNF699,
ZSWIM6
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