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Molekulirné genetické vySetieni mentalni retardace a autismu masivné paralelnim

sekvenovanim (panel NGS-CIDv3 — 601 gen)

Mentalni retardace a autismus jsou neurovyvojové poruchy, které maji ¢asto genetickou etiologii. Mohou se
vyskytovat samostatné i spolecné a mohou byt také soucasti syndromti ve spojeni s dalSimi klinickymi

priznaky.

Panel NGS-CIDva3 je panel 601 vybranych genu spojenych s mentalni retardaci a autismem, které jsou
analyzovany kitem Sophia Clinical Exome Solution by Sophia Genetics
(https://www.sophiagenetics.com/clinical/inherited-disorders/rare-diseases/clinical-exome-solution-v3/).
Toto vySetieni nahrazuje ptivodni vyseteni panelem NGS-CIDv2 od Sophia Genetics.

Indikaéni kritéria

VySetieni je indikovano pouze 1ékaiskym genetikem (odb. 816)
K Zadance o vysetfeni je nutné ptilozit vyplnény "Klinicky dotaznik pro vySetifeni MR a autismu
metodou NGS - CID panel' - ke staZeni na webu UBLG, sekce ,,Dokumenty ke staZeni.

e Indikujici 1ékat ma moznost nekteré geny z panelu NGS-CID v3 vyloucit a tyto nevySetiovat, anebo
naopak vybrat pouze nékteré geny, které na zakladé klinického podezieni preferuje (napf. pro susp.
Kabuki syndrom geny KMT2D a KDMG6A. Tyto specifické pozadavky indikujici 1ékat vypise do

zadanky.

e Na zadance musi byt jasn¢ uvedeno, zda si pacient pieje zahrnout do zavérecné zpravy i nevyzadané
nalezy a status pfenasece pro autosomalné recesivni onemocnéni.

e (Cilené prenatalni vySetfeni je mozno indikovat pouze po piedchozi domluvé s provadéjicim
pracovnikem na zakladé€ pfedchoziho nalezu patogenni varianty v roding. Prenatalni vySetieni celého
panelu se neprovadi.

Analytické metody

Metoda VySetiované markery/oblasti:
Je provedena bioinformaticka analyza 601 genii panelu NGS-CID_v3.
ABCD1, ACOX1, ACSL4, ACTB, ACTG1, ACY1, ADAR, ADNP, ADSL, AFF2, AGTPBP1, AHI1, AIFM1,
AIMP1, ALDH18A1, ALDH4A1, ALDH5AL, ALG1, ALG11, ALG12, ALG13, ALG2, ALG3, ALGS,
ALMS1, AMER1, AMT, ANK3, ANKRD11, AP1S1, AP1S2, AP3B1, AP3B2, AP4B1, AP4E1, APAM1,
AP4S1, ARFGEF2, ARG1, ARHGEF9, ARID1A, ARID1B, ARX, ASAH1, ASPM, ASS1, ASXL1, ASXL3,
ATL1, ATP13A2, ATP1A3, ATP6AP2, ATP7A, ATRX, AUH, AUTS2, B3GALNTZ2, BBS1, BBS10, BBS12,
BBS2, BBS4, BBS7, BBS9, BCKDK, BCL11A, BCOR ,BCORL1, BCS1L, BRAF, BRWD3, BUB1B,

o Cl2orf57, CA2, CA8, CACNALA, CACNALC, CACNALG, CACNA2D2, CAMTAL, CASK, CBS, CC2D1A,
V’ysetrev:m' CC2D2A, CCDC22, CCDC88C, CDC42, CDH15, CDK13, CDK5RAP2, CDKL5, CENPJ, CEP290,
zarode’cnyc}l CEP41, CEP57, CEP85L ,CHAMP1, CHD2, CHD7, CHD8, CHRNA7, CIC, CLCN4, CLN3, CLNS5,
mut'am’genu CLNG, CLN8, CNKSR2, CNNM2, CNOT3, CNTNAP2, COG5, COG7, COG8, COX10, CPLANE1, CPS1,
SPOJe“}”C}" CRADD, CRBN, CREBBP, CSNK2A1, CTC1, CTCF, CTNNBL1, CTSA, CTSD, CUL3, CUL4B, CUX2,

s mentalni CYB5R3, CYP27A1, CYP2U1, D2HGDH, DARS2, DBT, DCX, DDHD2, DDX3X, DEAF1, DHCR24,
retar(_jaci DHCRY7, DHDDS, DIP2B, DKC1, DLG3, DLG4, DLL1, DMD, DMPK, DNAJC6, DNM1, DNMT3A,
a auFlsnjem DOCK3, DOCK?7, DOCK8, DPP6, DPYD, DYM, DYNC1H1, DYRK1A, EBF3, EBP, EEF1A2, EFTUD2,
mastvhe EGF, EHMT1, EIF2S3, ELN, ELOVL4, ELP2, EP300, EPB41L1, ERCC2, ERCC3, ERCC5, ERCCS,
paralelnim ERCCS8, ERLIN2, EXT2, EXTL3, EZH2, FAM126A, FBXO11, FBXW11, FGD1, FGF12, FGF14, FGFR2,
sekvenovanim FGFR3, FKRP, FLNA, FMN2, FMR1, FOLR1, FOXG1, FOXP1, FOXP2, FOXRED1, FRMPD4, FTCD,
E\INGGSS)C,ZIFI?negem FTO, FTSJ1, GABRAL, GABRA2, GABRB3, GABRD, GABRG2, GALE, GALNT2, GALT, GAMT,

- V.

GATAD2B, GATM, GBA, GDI1, GFAP, GFM1, GJA5, GK, GLI3, GLUL, GLYCTK, GM2A, GMPPA,
GNAOL1, GNAQ, GNAS, GNPAT, GNPTAB, GNPTG, GPC3, GPHN, GRIA3, GRID2, GRIK2, GRIN1,
GRIN2A, GRIN2B, GRM1, GUSB, HCCS, HCFC1, HCN1, HDAC4, HDACS8, HECW2, HEPACAM,
HERC1, HESX1, HEXB, HIVEP2, HNF1B, HNMT, HOXA1, HPRT1, HRAS, HSD17B10, HTRAZ,
HUWEL, IDS, IFNG, IFT27, IGF1, IGF1R, IKBKG, ILIRAPLL, IQSEC2, IRXS5, ITPR1, KANSL1,
KAT6A, KAT6B, KCNA1, KCNA2, KCNB1, KCNJ10, KCNJ11, KCNK9, KCNMA1, KCNQ2, KCNQ3,
KCNQ5, KCNT1, KCTD7, KDM5C, KDM6A, KDM6B, KIF11, KIF1A, KIF1BP, KIF5A, KIF7, KMT2A,
KMT2D, KMT5B, KRAS, LICAM, LAMA2, LAMC3, LAMP2, LARGEL, LASIL, LIG4, LINS1, LRP2,
LRRK2, LYST, MADD, MAGEL2, MAGT1, MAN1B1, MAN2B1, MANBA, MAOA, MAT1A, MBDS5,
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ZBTB24, ZC3H14, ZC4H2, ZDHHCY, ZEB2, ZFYVEZ26, ZIC2, ZNF292, ZNF711

oveteni deleci €i duplikaci jednoho nebo vice exontl vySetfovanych gent.

MBOAT7, MBTPS2, MCCC1, MCCC2, MCOLN1, MCPH1, MECP2, MED12, MED13L, MED17,
MED23, MED25, MEF2C, MFF, MFSD8, MGAT2, MID1, MKKS, MMADHC, MOCS2, MTFMT,
MTHFR, MTOR, MTR, MYCN, MYO5A, MYT1L, NAA10, NAGA, NALCN, NBEA, NDN, NDP, NDST1,
NDUFAL, NDUFAG, NDUFAF1, NDUFAF3, NDUFAF4, NDUFAF5, NDUFB3, NDUFB9, NDUFS1,
NDUFV1, NDUFV2, NEUL, NEXMIF, NF1, NFIX, NGLY1, NHS, NIPBL, NLGN1, NLGN3, NLGN4X,
NPC1, NPC2, NR2F1, NRXN1, NSD1, NSDHL, NSUN2, NTNG1, NTRK2, NUBPL, OCA2, OCRL, OFD1,
OGT, OPHN1, OTC, PACS1, PAFAH1B1, PAH, PAK3, PARKY, PAX6, PCDH19, PCNT, PDEA4D,
PDHAL, PDHX, PDSS1, PEX7, PGAP2, PGK1, PHF6, PHF8, PHKA2, PHKG2, PIGA, PIGL, PIGO,
PIGT, PIGV, PIK3CA, PLA2G6, PLP1, PMM2, PNKP, POGZ, POMGNT1, POMT1, POMT2, PORCN,
PPM1D, PPP1CB, PPP2R1A, PPP2R5D, PPP3CA, PPT1, PQBP1, PRMT7, PRODH, PROKR2, PRPS1,
PRRT2, PRSS12, PTCHD1, PTEN, PTPN11, PURA, PYCR1, RAB39B, RAD21, RAI1, RBBP8, RBFOX1,
RBM10, RELN, RERE, RIMS2, RLIM, RORA, RPGRIP1L, RPL10, RPS6KA3, RSRC1, SACS, SAMHD1,
SATB2, SCN1A, SCN1B, SCN2A, SCN3A, SCN8A, SCN9A, SDCCAGS, SEMASE, SETBP1, SETD2,
SETD5, SGSH, SHANK2, SHANK3, SHOC2, SHROOM4, SIL1, SKI, SLC12A5, SLC16A2, SLC25A12,
SLC25A13, SLC25A15, SLC25A22, SLC2A1, SLC2A2, SLC35C1, SLC46A1, SLC4A4, SLC5A5, SLC6AL,
SLC6A17, SLC6A4, SLC6A8, SLCIAGL, SLCIAY, SLX4, SMAD4 ,SMARCA2, SMARCA4, SMARCBL1,
SMC1A, SMC3, SMS, SNAP25, SNCA, SNIP1, SOBP, SON, SOS1, SOX10, SOX2, SOX3, SOX5, SPATAS,
SPECCIL, SPR, SPRED1, SPTAN1, SQSTM1, SRD5A3, ST3GALS3, STIL, STRAG, STXBP1, SUCLG1,
SYN1, SYNGAP1, SYP, TAF1, TBC1D23, TBC1D24, TBCE, TBCK, TBL1XR1, TBR1, TBX1, TCF20,
TCF4, TECPR2, TECR, TGIF1, TH, THOC2, THRB, TMCO1, TMEM165, TMEM216, TMEM231,
TMEM237, TMEM67, TMEM70, TMLHE, TPP1, TRAK1, TRAPPCY, TREM2, TRIO, TRIP12, TRRAP,
TSC1, TSC2, TSPAN7, TTC37, TTC8, TUBALA, TUBB2B, TUBB3, TUSC3, TWIST1, UBE2A, UBE3A,
UBE3B, UBR1, UCHL1, UNC80, UPB1, UPF3B, UROC1, USP9X, VLDLR, VPS13B, VPS53, WAC,
WASHC4, WDFY3, WDR45, WDR45B, WDR62, WDR81, WFS1, WWOX,YY1, ZBTB16, ZBTB20,

Analyzovany jsou vSechny exony dle daného transkriptu s pfesahem +/- 5 nukleotidd do intronti, véetné

Cilené
molekularné
genetické
vySetteni variant
metodou
sekvenovani dle
Sangera

nalezu v panelu

Cilené sekvenovani variant dle nalezu v panelu - potvrzeni nalezu nebo cilené sekvenovani v rodiné dle

Doby odezvy vzorki (* STATIM pouze po dohod¢ s laboratoii)

Doba odezvy (pracovni dny):
Metoda s y (@ )T)
Bézné Statim
Vysetfeni zarodeénych mutaci gend spojenych s mentalni retardaci a autismu
masivné paralelnim sekvenovanim bioinformatickou analyzou panelu genti 250 *
NGS-CID_v3
Cilené molekularné genetické vysSetieni variant metodou sekvenovani dle 60 10
Sangera
Kontaktni informace Pozadavky na vzorek

Oddéleni lékaiské molekularni genetiky Krev: min 4 ml do K-EDTA. déti 1-2 ml
. 3 5 —

4. patro, G Izolovana DNA: koncentrace 50-300 ng/ul a vice v mnoZstvi
UBLG 2. LF UK a FN Motol 30 ul a vice

V tvalu 84/1, Praha 5, Kultivované buiiky plodové vody nebo choriové klky: 20 mg
150 06 (pro cilené molekularné genetické vysetfeni variant metodou

PP o sekvenovani dle Sangera
Centralni prijem vzorkii: gera)

Po-Pa
7:30h az 14:30 h

pacienta a datem odbéru vzorku.

Vzorek oznacit minimalné jménem, piijmenim a rodnym ¢islem
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