Arthrogryposis génpanel v:2025-05-11

Panel tartalma 189 gén:

ACTAI1, ACTC1, ADAMTS10, ADAMTS15, ADCY6, ADGRG6, AGRN, ALG3, ANTXR2,
ASCC1, ASXLI1, ATADI, ATPIA2, B3GALNT2, B4GATI1, BICD2, BINI, BLTPI,
CACNAIE, CASK, CFL2, CHAT, CHRNA1, CHRNBI, CHRND, CHRNE, CHRNG,
CHST14, CHUK, CIAO1, CNTN1, CNTNAP1, COASY, COL12A1, COL25A1, COL6AI,
COL6A2, COL6A3, COLQ, CRLF1, CRPPA, DAGI, DHCR24, DNM2, DOK7, DPAGTI,
DPM2, DYNC1HI1, EBP, ECEL1, EGR2, ERBB3, ERCC5, ERCC6, ERCCS, ERGICI,
EXO0SC3, FAM20C, FBN2, FGFR2, FGFR3, FHL1, FILIP1, FKBP10, FKRP, FKTN, FLNA,
FLNB, FLNC, FLVCR2, GBA, GBEl, GFPT1, GLDN, GLE1, GMPPB, HSPG?2, IRF6,
KAT6B, KCNK3, KIDINS220, KIF21A, KLHL40, KLHL41, KLHL7, LAMA2, LARGEI,
LGI3, LGI4, LMNA, LMOD3, LMX1B, MAGEL2, MED12, MET, MPZ, MTM1, MUSK,
MYBPC1, MYH2, MYH3, MYHS, MYL11, MYMK, MYODI1, NALCN, NEB, NEKO9,
NUPS8, ORAII, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2,
PEX26, PEX3, PEX5, PEX6, PEX7, PFKM, PIEZO2, PIP5K1C, PLODI, PLOD2, PMM2,
POMGNT1, POMGNT2, POMK, POMT1, POMT2, POR, PPP3CA, PRG4, RAPSN, RARS?2,
RIPK4, RXYLTI1, RYRI, SCARF2, SCN1A, SCN4A, SCO2, SCYL2, SELENON, SKI,
SLC18A3, SLC29A3, SLC35A3, SLC5A7, SLC6A9, SMAD3, SMAD4, SMN1, SMN2,
SMPD4, STAC3, STIM1, SVIL, SYNE1, TGFB2, TGFB3, TGFBR1, TGFBR2, TK2, TNNI2,
TNNTI, TNNT3, TORIA, TORIAIP1, TPM2, TPM3, TRIP4, TRPV4, TSEN2, TSEN54,
TTN, UBAI, VAMPI, VIPAS39, VPS33B, VRK1, ZBTB42, ZC4H2, ZMPSTE24

Forras:
Arthrogryposis (Version 9.1)
https://panelapp.genomicsengland.co.uk/panels/258/

Arthrogryposes Panel
https://blueprintgenetics.com/tests/panels/malformations/arthrogryposes-panel/

(Megtekintve: 2025-05-11)
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