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vydava
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OSVEDCENI O AKREDITACI

€. 645/2021

Fakultni nemocnice Ostrava .
se sidlem 17. listopadu 1790/5, 708 52 Ostrava - Poruba, IC 00843989

) pro zdravotnickou laboratof &. 8194
Laboratofe Ustavu klinické a molekuldrni patologie a 1ékai'ské genetiky

Rozsah udélené akreditace:

Vysetfeni v oblasti histopatologie, cytopatologie, molekularni genetiky a cytogenetiky vymezené
piilohou tohoto osvédéeni.

Toto osv&dieni je dokladem o udéleni akreditace na zéklad& posouzeni spInéni akreditadnich poZadavki podle
CSN EN ISO 15189:2013

Subjekt posuzovani shody je pti své Cinnosti opravnén odkazovat se na toto osvédéeni v rozsahu ud&lené akreditace po dobu
Jeji platnosti, pokud nebude akreditace pozastavena, a je povinen plnit stanovené akreditatni poZadavky v souladu
s pfisluSnymi predpisy vztahujicimi se k &innosti akreditovaného subjektu posuzovani shody.

Toto osvédEeni o akreditaci nahrazuje v plném rozsahu osv&déeni &.: 522/2020 ze dne 26. 8. 2020, popFipadé spravni akty na
né& navazujici.

Udgéleni akreditace je platné do 26. 8. 2025

V Praze dne 10. 12. 2021

Ing. Milena Lochmanova
feditelka odboru zdravotnickych laboratofti
Ceského institutu pro akreditaci, 0.p.s.
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Laborator uplatnuje flexibilni pristup k rozsahu akreditace upresnény v dodatku. Aktudlni seznam
cinnosti provadénych v ramci flexibilniho rozsahu ma laborator k dispozici na webovych strankdch
laboratore www.fno.cz a u vedouciho laboratore.

Vysetieni:
Poradové PFesny nazev Identifikace N N
gislo postupu vySetieni postupu vy3etieni Predmét vySetfeni
823 - Laborator patologie
1. | Stanoveni zékladni SOP-LAB-UKMPLG-01 | Tkéng

histologické diagnozy

2. | Stanoveni diagnézy u
peroperacniho vySetieni

SOP-LAB-UKMPLG-02

Tkang, bunky

3. | Stanoveni zékladni
cytologické diagnozy

SOP-LAB-UKMPLG-03

Burnky z punkce tkani,
z télnich tekutin a obsahu
patologickych dutin

4. | Imunohistochemicky/
imunocytochemicky
priikaz sledovaného
markeru !

SOP-LAB-UKMPLG-04

Tkane, bunky

5. | Analyza histologickych
a cytologickych vzorku
metodou in situ
hybridizace *

SOP-LAB-UKMPLG-06a

Tkéné, buiky

6. | Analyza lidského
somatického genomu
metodou masivné
paralelniho sekvenovani

[NGS panely] *

SOP-LAB-UKMPLG-11a

Tkéné, bunky

7. | Analyza sekvenc¢nich
variant lidského
somatického genomu
metodou real-time PCR *

SOP-LAB-UKMPLG-10a

Tkéné, bunky

8. | Analyza lidského
somatického genomu
metodou reverzni
hybridizace °

Tkéné, bunky

’ TRITOON IO Az b;_)
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Poradové
cislo

PFesny nazev
postupu vySetieni

Identifikace
postupu vySetieni

Predmét vySetieni

G

816 - Laboratoi Iékarské genetiky

lidského genomu dle
Sangera ©

SOP-LAB-UKMPLG-12

Biologicky materiél
obsahujici lidskou DNA

2. | Fragmentacni analyza SOP-LAB-UKMPLG-14 | Biologicky material
lidského genomu pomoci obsahujici lidskou DNA
kapilarni elektroforézy ’

3. | VySetteni chromozomu SOP-LAB-UKMPLG-05 | Krev, plodova voda,
klasickou cytogenetickou choriova tkan, tkan
analyzou - stanoveni
karyotypu

4. | VySetieni chromozomu SOP-LAB-UKMPLG-06b | Fixovana bunééna
metodou FISH suspenze, krev, plodova

777777 S e voda, choriova tkan, tkan

5. | Cytogeneticka analyza SOP-LAB-UKMPLG-08 | Krev
perifernich lymfocyti
[CAPL]

6. | Analyza lidského genomu | SOP-LAB-UKMPLG-11b | Biologicky material
metodou masivné obsahujici lidskou DNA
paralelniho sekvenovani
[NGS panely] %1

7. | Analyza variant lidského | SOP-LAB-UKMPLG-09  Biologicky material
genomu na bioCipu obsahujici lidskou DNA
[Microarray analyza]

8. | Analyza lidského genomu |SOP-LAB-UKMPLG-13 | Biologicky material
metodou MLPA ! obsahujici lidskou DNA

9. | Analyza sekven¢nich SOP-LAB-UKMPLG-10b | Biologicky material
variant lidského genomu obsahujici lidskou DNA
metodou real-time PCR 2

10. | Analyza lidského genomu | SOP-LAB-UKMPLG-15b | Biologicky material

metodou reverzni
hybridizace "

obsahujici lidskou DNA

V zavorkach [...] jsou uvedeny nazvy vysetieni dle n
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Dodatek:
Flexibilni rozsah akreditace

Poiadova Cisla postupu vySetieni

823:4,5,6,7, 8

816:1,2,6,8 9 10

Laboratof miize modifikovat v dodatku uvedené postupy vysetieni v dané oblasti akreditace pti zachovani
principu méfeni.
U vysetieni v dodatku neuvedenych nemuize laboratof uplatiiovat flexibilni pfistup k rozsahu akreditace

Upresnéni rozsahu akreditace:

Vysetfované geny / panely genti / sekvenc¢ni varianty / oblasti / markery
Markery pro prediktivni diagnostikou jsou uvedeny tuénym pismem

!'Seznam pouzivanych protilatek

Nazev prokazovaného markeru CD3 CK7

Aktin hladkosvalovy CD4 CK 8

ACTH CD5 CK14

ADAMTS 13 CD8 CK17
Alfa-1-fetoprotein CDI10 CKI18
Anaplastic lymphoma CDI5 CK19

ALK - D5F3 CD20cy.B cell CK20

AMACR CD23 CK HMW
Amyloid A CD30 Cytomegalovirus
Annexinl CD31 Cyclin D1
Androgenovy receptor CD34 C3c

ATRX CD35 D 2-40
Beta-Catenin CD43 Desmin

BCL 2 onkoprotein CD45RO.T cell DOGI

BCL 6 protein CD45LCA EBV

BerEP4 (epitelialni antigen) CD56 E-cadherin
BOBI CD61 Epitelidlni membranovy antigen
Carbonic Anhydrase IX CD68 Estrogenovy receptor
Calcitonin CD79a ERG

Caldesmon Fibrinogen
Calponin GATA3
Calretinin GFAP

c-erbB-2 onkoprotein Glycophorin C
C-myc Glypican-3
CDla gen Granzym B

Clq Mesothelial Cell
C4d HCG
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Hepatocyte MUCI Placentarni alkalicka fosfataza
HER2neu MUC2 PMS2

HMB45 (melanosom) MUC4 Prealbumin

Helicobacter pylori MUCSAC Progesteronovy receptor
HPV16 MUC6 PSA (prostatic specific antigen)
Chromogranin A MUMI Sérovy amyloid P

Isocitrat dehydrogenéza 1 MyoDI1 Renal Cell Carcinoma

Ig A Napsin A ROSI1

Ig D NKX3.1 SALL4

Ig G Neuron specifickd enolaza S100

lg G4 OCT-2 SOX-10

Ig M PD-L1 SOX-11

Inhibin, alpha pl6 STAT6

Kappa p21 Synaptophysin

Ki 67 p27 SV40 T Antigen

Lambda p40 TAG72

Lymfoid E.F. p33 TdT

MDM?2 p57 Thrombomodulin

Melan A p63 Thyroglobulin
Mitochondrialni antigen P120 Thyroid transcription factor
MLHI1 Pax-5 Vimentin

Myeloperoxidase Pax-8 Von Willebranduv faktor (F VIII)
MSH2 Perforin Wilms Tumor Protein

MSH6 Phosphohistone H3
> HER2, ALK, ROS1

3 NGS panel Somatické varianty v nddorovych tkanich (AKT1, APC, ATM, ATR, AXIN2,

BAPI, BARDI, BLM, BMPRIA, BRAF, BRCAI, BRCA2, BRFI , BRIP1 , CDHI, CDKI2,
CDK4, CDKN24, CYLD, DICERI, EGFR, ENG, EPCAM, ERCC3, FANCA, FANCB,
FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, FANCM, FANCP, FLCN, FOXL?2,
GREMI, HRAS, CHEKI, CHEK2, IDHI, IDH2, KLLN, KRAS, MAD2L2, MENI, MET,
MLH, MLH3, MNI1, MREI1l, MSH2, MSH3, MSH6, MUTYH, NBN, NFI, NF2, NRAS,
NTHLI, PALB2, PARPI, PARP2, PDGFD, PML, PMS2, POLDI, POLE, POTI, PTEN,

PTCHI, RAD50, RAD51, RAD51B, RAD51C, RAD51D, RAD54L, RECQOL, RECQL4, RET,
RNF43, RPS20, SDHA, SDHAF2, SDHB, SDHC, SDHD, SMAD4, SMARCA4, SRY, STK11,
SUFU, TP53, VHL, WRN)

* KRAS, NRAS, BRAF, EGFR
> KRAS, NRAS, BRAF, EGFR

S LDLR, ATP7B, GJB2
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7 CFTR (3120+1G>A, 711+1G>T, 621+1G>T, 1717-1G>A, CFTRdele2,3(21kb),
3849+10kbC>T, 2789+5G>A, 1898+1G>A, Gly542X, Gly85Glu, Tyrl1092X(C>A),
Gly551Asp, Arg553X, 3659delC, Asnl303Lys, Arg560Thr, Argl17His, Argl162X,
Leul077Pro, Argl17Cys, Argl066Cys, Leul065Pro, Trp1282X, Arg347His, Arg347Pro,
[le507del, Thr338Ile, Phe508del, Ile336Lys, 1677delTA, Arg334Trp, 3272-26A>G,
1078delT, 2183AA>G, 2184insA, 2143delT, 5T (9-13TG)), aneuploidie chromozomi 13, 18,
21, X a Y, mikrodelece na chromozomu Y (AZFa, AZFb, AZFc), SRY, Syndrom fragilniho X
(analyza poctu repetic CGG v 5’UTR oblasti genu FMR])

8 NGS panely do 20 genti: NGS panel Alportiv syndrom (COL4A5, COL4A3, COL4A4,
COL4A46, CFHRS5, MYH9)

? NGS panely 20 az 100 genti: NGS panel Hereditarni nadorové syndromy a somatické
varianty v nadorovych tkanich (AKT1, APC, ATM, ATR, AXIN2, BAPI, BARDI, BLM,
BMPRIA, BRAF, BRCAI, BRCA2, BRFI, BRIPI, CDHI, CDKI12, CDK4, CDKN24, CYLD,
DICERI, EGFR, ENG, EPCAM , ERCC3 , FANCA , FANCB, FANCC, FANCD2, FANCE,
FANCF, FANCG, FANCI, FANCM, FANCP, FLCN, FOXL2, GREMI , HRAS, CHEKI,
CHEK?2, IDHI, IDH2, KLLN , KRAS, MAD2L2 , MENI, MET, MLH, MLH3, MN1, MREI1,
MSH?2, MSH3, MSH6, MUTYH, NBN, NF1, NF2, NRAS, NTHLI, PALB2, PARPI, PARP2,
PDGFD, PML, PMS2, POLDI, POLE, POTI, PTEN, PTCHI, RAD50, RAD51, RAD51B,
RADS51C, RAD5ID, RAD5S4L, RECQL, RECQL4, RET, RNF43, RPS20, SDHA, SDHAF2,
SDHB, SDHC, SDHD, SMAD4, SMARCA4, SRY, STK11, SUFU, TP53, VHL, WRN),

NGS panel ALL IN ONE (APOB, APOE, LDLR, LDLRAPI, PCSKY, STAPI, PHEX,
COL2A1, FGFR3, SHOX, RUNX2, ATP7B, CP, B3GALNT2, B4GATI, CCDC88C, CRB2,
DAGI, FKRP, FKTN, FLNA, FLVCR2, ISPD, LICAM, LARGEI, MPDZ, POMGNTI,
POMGNT?2, POMK, POMTI1, POMT2, PTEN, WDRS81, CFTR, CPAI, CTRC , SPINKI, PAH,
BMP2, FTHI, HAMP, HFE, HJV (HFE2), SLC40A1, TFR2, BRAF (Exon 15), DCC (Exon
13), DCC (Exon 14), DCC (Exon 15a), DCC (Exon 15b), DCC (Exon 16), EGFR, IDHI
(Exon4), IDH?2 (Exon4), KRAS, NRAS, CCL2, FUZ, TBXT, VANGLI, VANGL?2)

'O'NGS panely nad 100 genii: NGS panel Vrozena porucha sluchu (44RS1, ABCC1, ABHDI2,
ACOX1, ACTB, ACTGIl, ACVRI, ADCYI, ADGRVI (GPRYS), AFG3L2, AIFMI, AK2,
ALGI1l, ALGI2, ALMSI, AMMECRI, ANKH, APIBI, APISI, ARSG, ATLI, ATOHI,
ATPIA2, ATPIA3, ATP2B2, ATP6API, ATP6V0A4, ATP6VIBI, ATP6VIB2, ATRX,
BCAP31, BCSIL, BDPI, BRAF, BSND, BTD, C2orf71, CABP2, CACNAID, CATSPER2,
CCDC50, CDI51, CDI164, CDCI44, CDC2LI, CDC42, CDC45L, CDHII, CDH23,
CEACAMI6, CEP250, CEP78, CIB2, CISD2, CLCNKA, CLCNKB, CLDN14, CLICS, CLPP,
CLRNI (USH3), CNBP, CNRIPI, COLIIAl, COLI1IA2, COL241, COL443,
COL4A44, COL4AS, COL4A6, COLYAR COLIA, COLECII, COQ2, COQ6, CREB3LI
CRYM, DCAF17, DCDC2, DDY1& DHAY6, DEHSI, DIABLO, DIAPHI, DIAPH3, DLXS,
DMXL2, DNAJC3, DNMT1, DSPP; EDY. ‘RN@, EFEMPI, EFTUD2, ECHSI, ELMODI,
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ELMOD3, EPSSL2, ERALI, ERCC3, ERCC6, ERCCS, ESPN, ESRPI, ESRRB, EXOSC2,
EYAIL, EYA4, FAT4, FGF3, FGFR3, FIT2, FKBPI14, FLNA, FLNB, FOXCI, FOXII, FTO,
GABI, GATA2, GATA3, GDF6, GGPSI, GIPC3, GJAI, GJBI, GJB2, GJB3, GJB6, GLA,
GLIS3, GLYCTK, GMNN, GNAI3, GPC4, GPRASP2, GPSM2, GRAP, GRHL2, GRXCRI,
GRXCR2, GSDME (DFNAS5), HARS1, HARS2, HGF, HOMER2, HOXAI, HOXA2, HOXBI,
HSD17B4, HSPA9, HUWEIL, CHD7, CHSYI, IARS2 , IGF1, ILI7RD, ILDRI, INF2, IRXS,
ITM2B, JAGI, KARSI, KCNEI, KCNJ10, KCNQI, KCNQ4, KIT, KITLG, KMT2D, LARS2,
LHFPLS5, LHFPLS5, LHX3, LMXIA, LOXHDI, LRP2, LRTOMT, MAF, MAFB, MAN2BI,
MAP3K7, MARVELD?2, MASP1, MCM2, MCM3AP, MCM5, MEDI12, MET, MFN2, MGP,
MICOS13, MITF, MNI, MPZ, MPZL2, MRPS7, MSRB3, MTOI, MYCN, MYHI4, MYH9Y,
MYOI154, MYOIA, MYOIC, MYO3A4, MYO6, MYO7A4, NARS2, NDP, NDRGI, NEBL ,
NLRP12, NLRP3, NOG, NOTCH2, OPAIl, ORCI, ORC4, OSBPL2, OTOA, OTOF, OTOG,
OTOGL, P2RX2, PAX3, PBXI, PCDHI15, PCGF2, PDEIC, PDSSI, PDZD7, PEXI, PEXI2,
PEX6, PEX7, PHYH, PIGL, PISD, PJVK, PLCG2, PLEK , PLOD3, PLS1, PMP22, PNPTI,
POLDI, POLRIB, POLRIC, POLRID, POU3F4, POU4F3, PPIP5K2, PRDMS5, PRPSI,
PSMC3, PSMD12, PTPNI1, PTPRQ, PTRH2, RAIl, Rbm24, RDX, REST, RFTI, RIPOR2 ,
RMNDI, RORI, RPGR, RPS6KA3, SIPR2, SALLI, SALL4, SCD5, SCN94, SDHD, SEMA3E,
SERACI, SERPINB6, SGPLI, SIX1, SIX5, SLCI1241, SLCI12A42, SLCI17A8, SLCI9A2,
SLC26A4, SLC26A5, SLC29A3, SLC33A1 , SLC44A4, SLC4A1, SLC4A11, SLC52A42,
SLC52A43 (C200RF54), SLC9A1, SLITRK6, SMAD4, SMPX, SNAI2, SNAP29, SOX10, SOX2,
SOX6, SPATAS5, SPNS2, SPTBN4, SPTLCI, SQOSTMI, SRP72, SSBP1, STAG2, STRC,
SUCLA2, SYNE4, TBCI1D24, TBL1Y, TBXI, TCIRGI, TCOFI, TECTA, TFAM, TFAP2A,
THRB, TIMMSA, TIMMDCI, TLK2, TMCI, TMEMI32E, TMIE, TMPRSS3, TNC,
INFRSF11A, TPRN, TRIOBP, TRMTI10C, TRPV3, TRRAP, TSPEAR, TSR2, TTR, TUBB4B,
TWIST2, TWNK, TXNL4A, TYMP, TYR, UBRI, USHIC, USHIG, USH2A4, VACI4,
VCPKMT, VPSI3B, VPS33B, WAC, WBP2, WFS1, WHRN),
NGS panel Vrozené kostni anomalie (44A4S, ABCCY9, ABR, ACAN, ACOX1, ACP5, ACTAI,
ACTB, ACTGI, ACVRI, ADAMTSI0, ADAMTSI17, ADAMTS2, ADAMTSL2, ADCYS,
ADGRG6, AFF4, AGA, AGPS, AHII, AIFMI, AIRE, AKTI, AKT3, ALGI, ALGI1, ALGI2,
ALGI3, ALG2, ALG3, ALG6, ALGS, ALGY, ALPL, ALXI, ALX3, ALX4, AMERI, ANAPCI,
ANKH, ANKRDI1, ANKRD35, ANOS5, ANTXRI, ANTXR2 , ARCNI1, ARHGAP31, ARIDIA,
ARIDIB, ARID2, ARL6 , ARMCY9, ARSB, ARSL/ARSE, ASCCI, ASXLI, ASXL2, ASXL3,
ATADI, ATP6AP2, ATP6VOA2, ATP7A , ATR, ATRIP, ATRX, B3GALT6, B3GAT3, B3GLCT,
B4GALTI, B4GALT7, B9DI, B9D2, BBIPI, BBSI , BBSI10, BBSI12, BBS2 , BBS4, BBS) ,
BBS7, BBS9/PTHBI , BCOR, BGN, BHLHA9, BICD2, BLM/RECQL3, BMP1, BMP2, BMP4,
BMP7, BMPER, BMPRIB, BPNT2/IMPADI , BRAF, BRCA2, BRD4, BRIP] , BTK,
o} 39 CA2, CACNAIC, CAD, CANTI, CASR,
CBFB, CBL, CC2D24, CCBEI, CLRET]), e 2, CCDC47, CCDCS, CCN6/WISP3 ,
CCND2, CD96, CDANI, CDC42, CgDD :\' ; gH], CDHI1, CDH3, CDKNIC, CDTI,
CENPE, CENPF , CENPJ, E£1216‘ 2. |CEP290, CEP41, CEP55, CEP63,
CERT1/COL4A3BP , CFAP410 vﬁ]orhﬂC L69 CIBARI/FAM924, CILKI, CKAP2L,
~ ~7- F
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CLCFI, CLCN5, CLCN7, CNOT2, CNINAPI, COASY, COGI, COG4, COGS, COG6,
COG7, COGS, COL10A1, COLI1AI, COL1142, COLIAI, COLIA2, COL27A1, COL2AI,
COL9AI, COL9A2, COL9A3, COLECIO, COLECII, COMP, COX4I2, CPLANEI,
CREB3LI, CREBBP, CRIMI, CRIPT, CRTAP, CSGALNACTI, CSPPI, CST6, CTNNBI,
CTSA, CTSC, CTSK, CTU2, CUL4B, CUL7, CWC27, CYP26B1, CYP27BI, CYP2RI, DCPS,
DDR2, DDRGKI, DDX11, DDX59, DEAFI, DHCR24, DHCR7, DHODH, DCHSI, DIS3L2,
DLL3, DLL4, DLX1, DLX3, DLX5, DMPI, DNA2, DNAJC21, DNM2, DNMT34, DOCKI,
DOCK6, DOK7, DOLK, DONSON, DPAGTI, DPF2, DPHI, DPMI, DPM2, DPM3, DSE,
DVLI, DVL3 , DYM , DYNC2HI, DYNC2LII, DYTI/TORIA, EBP, ECELI, EDARADD,
EDNI, EED, EFLI, EFNA4, EFNBI, EFTUD2, EIF2AK3, EIF443, ELMO2, ENPPI, EOGT,
EP300, EPSISLI, ERBB3, ERCCI, ERCC4, ERCCS, ERCC6, ERF, ERGICI, ESCO2, EVC,
EVC2, EXOC6B, EXOSC2, EXOSCY, EXTI, EXT2, EXTL3, EZH2, FAMI114, FAMI49BI,
FAM20B, FAM20C, FAM584/CCNQ, FANCA , FANCB, FANCC, FANCD2, FANCE
FANCF, FANCG , FANCI , FANCL, FAT4, FBLNI, FBNI, FBN2, FBXL3, FBXOII,
FBXW11, FCSK, FDFT1, FERMTI1, FERMT3 , FGDI, FGF10, FGFI6, FGF17 , FGF23,
FGFS, FGF9, FGFRI, FGFR2, FGFR3, FHLI, FIG4, FKBPI10, FLII, FLNA, FLNB,
FLVCR2, FNI, FRASI, FREMI, FREM2, FTO, FUCAI, FUTS, FZD2, GALNS, GALNT2,
GALNT3, GBA, GBEI, GDF3, GDF5, GDF6, GFM2, GHI, GHR, GHRHR, GHSR, GJAL,
GLBI, GLDN, GLEI, GLII, GLI2, GLI3, GMNN, GNAS, GNPAT, GNPTAB, GNPTG, GNS,
GORAB, GPC3, GPC4, GPC6, GPX4, GRHL2, GRHL3, GRIPI, GSC, GTF2E2, GUSB,
GZF1 , HAAO, HAPLNI/CRTLI, HDAC6, HDACS, HES7, HESXI, HGSNAT,
HISTIHIE/HI-4, HMGA2, HMX2, HNRNPK, HOXA10, HOXAIl, HOXAI3, HOXDIO,
HOXDI3, HOXD3, HPGD, HRAS, HSD17B4, HSPAY, HSPG2, HUWEI, HYALI, HYLSI,
CHAT, CHD4, CHD7, CHLI/CALL, CHRNA7, CHRNG, CHST11, CHST14, CHST3, CHSYI,
CHUK , IARS2, IBA57, ICK/CILKI, IDS, IDUA, IFIHI , IFITMS, IFT122, IFT140, IFT172,
IFT27, IFT43, IFT52, IFT57, IFT74, IFTS0, IFT81, IGFI , IGFIR , IGF2, IHH, IKBKG
IL1IRA, ILIRN, IL6ST, INPPSE, INPPLI, INTU, IQCE, IRF6, IRXS, ISCA2, ITPRI, JAGI,
KAT64, KAT6B, KBTBDI3, KCNHI, KCNJ2, KCTDI, KDMIA, KDM6A, KDM6B,
KIAA0586, KIAA0753 , KIAA0S25, KIAA1109, KIAA1279, KIF14, KIFIA, KIF22, KIF3B,
KIF5C, KIF7, KL , KLHL40, KLHL41, KMT24, KMT2D, KPTN, KRAS, KYNU, LBR, LBXI,
LEMD3, LFNG, LGH, LIFR, LIG4, LMBRI, LMNA, LMOD3, LMXIB, LONPI, LPIN2,
LRP2, LRP4, LRPS, LTBP2, LTBP3, LZTFLI, LZTRI, MAB2ILI, MAB2IL2, MACROH2AI,
MAD2L2, MAF, MAFB, MAGEL2, MAGI2, MAGT1, MAN2BI , MANBA, MAP3K7, MASPI,
MATN3, MBTPSI, MBTPS2, MCM5, MEDI2, MEGFS, MEIS2, MEOXI, MESD, MESP2,
MET, MGAT2, MGP, MKKS, MKSI, MMPI3, MMPI4, MMP2, MMPY, MNI, MNXI,
MOGS, MPDUI , MPI, MPZ, MRAS, MRPSI6, MRPS28, MSXI, MSX2, MTAP, MTX2,
MUSK, MYBPCI, MYCN, MYH3, MYHS, MYOISB, MYO9A, MYODI, MYPN, NAAIO,
NAGLU, NANS, NBAS, NBN, NCAPG2, NEB, NECTIN 4, NECTINI, NEDD4L, NEK]I,
NEKY, NEPRO, NEU1, NEXMIF/NET",'NFIX/§X , NFKB2, NGLY1, NHEJ1, NIN, NIPBL,
NITI, NKX3-2, NLRP3, NOG, NGTCH,"NOTCH2, NPHP3, NPR2, NRAS, NSDI, NSDHL,
NXN: OBSEL| OCRLI, OFDI, ORCI1, ORC4, ORCS,
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OSTMI, P3HI/LEPREI, P4HB, PALB2 , PAMI6, PAPSS2, PAXI, PAX3, PBXI, PCDHI2,
PCNA, PCNT, PCYTIA, PDE3A, PDE4D, PDEGD, PDGFRB, PEXS5, PEX7, PGAP2,
PGAP3, PGKI, PGMI, PHEX, PHFS, PHGDH, PHIP, PI4KA, PIBFI, PIEZO2, PIGK,
PIGO, PIGS, PIGT, PIGV, PIGW, PIGY, PIK3C24, PIK3CA , PIK3R1, PIK3R2, PIP5KIC,
PISD, PITXI, PITX2, PLAA, PLAGI, PLC/HSPG2, PLCB3, PLEKHMI, PLK4, PLOD?2,
PLS3, PML, PMM2, POCIA, POLE, POLRIA , POLRIB, POLRIC, POLRID, POLR3A,
POMP, POPI, POR, PORCN, PPIB, PPMID, PPPICB, PPPIRI2A, PPP3CA, PRG4,
PRKARIA, PRMT7, PROMI , PRRXI1, PSATI , PSMDI2, PSPH, PTDSSI, PTH, PTHIR,
PTHLH, PTCHI, PTCH2, PTPNI1, PUF60, PUMI, PYCRI, QRICHI, RAB23, RAB33B,
RAD2I, RADS5I, RAD5IC, RAFI, RAIl, RALGAPAI, RAPIA, RAPIB, RAPSN, RARB,
RBBPS , RBBPS, RBM10, RBMS8A , RBPJ, RECQL4, RFTI , RFWD3, RHOA , RIN2, RIPK4,
RIPPLY2, ROR2, RPGRIPIL, RPLI10, RPLII, RPLI3, RPL15 RPL26, RPL5, RPSI0
RPS17, RPS19, RPS24, RPS26, RPS6KA3, RPS7 , RRAS2, RSPOR2, RSPRYI, RTIN,
RUNX2, RYRI, SALLI, SALL4, SAMDY, SBDS, SBF1, SC5D/SC5DL , SCARF2, SCYL2,
SDC2 , SDCCAGS, SEC234, SEC24D, SEMI, SEMA3E, SERPINFI, SERPINHI, SETBPI,
SETD2, SF3B4, SFRP4, SGMS2, SGSH, SH3BP2, SH3PXD2B, SHH, SHOC?2, SHOX, SIK3,
SIN3A, SIX2, SKI, SLC1047, SLC17A5, SLC18A43, SLC25A424, SLC26A42, SLC29A3, SLC2A1,
SLC2A42, SLC34A1, SLC34A43, SLC3541, SLC3543, SLC35C1 , SLC35D1, SLC39A13,
SLC3948, SLC5A47, SLC6A49, SLC9A3RI/NHERFI , SLCO2A41, SLCO5A1, SLURPI, SLX4,
SMAD3, SMAD4, SMARCA2, SMARCA4, SMARCALI, SMARCBI, SMARCC2, SMARCDI,
SMARCEI, SMCIA, SMC3, SMO, SMOC1, SMPD4, SNRPB, SNX10, SON, SOSI, SOS2,
SOST, SOX11, SOX3, SOX4, SOX6, SOXY, SP7, SPARC, SPECCIL, SPG20, SPRTN, SRCAP,
SRD5A3, SSR4, STAC3, STAG2 , STAMBP, STAT3, STT3A, STT3B, STX16, SUFU, SUMF1I,
SUZI2, SYNE 2, SYNEI, TALDOI , TAPTI, TASPI, TBC1D24, TBCD, TBCE, TBLIXRI,
TBXI1, TBX15, TBX2, TBX22, TBX3, TBX4, TBX5, TBX6, TBXASI, TBXT, TCF12, TCIRGI,
TCOFI, TCTEXID2, TCTN2 , TCTIN3, TELO2, TENTSA/FAM464, TERT, TFAP2A,
TFAP2B, TGDS, TGFBI, TGFB2, TGFB3, TGFBRI, TGFBR2, TLK2, TMCOI, TMEMI07,
TMEMI138, TMEMI165, TMEMI99, TMEM216, TMEM231, TMEM237, TMEM3S8B,
TMEM43, TMEM67, TNFRSF11A/RANK, TNFRSFI11B/OPG, TNFSFI11/RANKL, TNNI2,
TNNTI, TNNT3, TONSL, TP63, TPM2, TPM3, TRAF3IPI, TRAIP, TRAPPC2/SEDL,
TRAPPCG6A, TREM2, TRIM32 , TRIO, TRIP11, TRIP4, TRPSI, TRPV4, TRPVG6, TRRAP,
TTC21B, TTC8 , TTN, TWISTI, TWIST2, TXNDC15 , TYROBP, UBAI, UBA2, UBEZT,
UBE3B, UFSP2, USP9X, VACI14, VDR, VIPAS39, VPS334, VPS33B, VPS35L/CI60RF62
WDPCP, WDR19, WDR34, WDR35, WDR37, WDR60, WNT1, WNT104, WNT10B, WNT3,
WNT54, WNT7A4, XAGEIB, XRCC2, XRCC4, XYLTI, XYLT2, YYI, YYIAPI, ZBTBIG6,
ZBTB42, ZC4H2, ZFHX4, ZICl ~ZMIZ1, ZMPSTE24, ZNFI141, ZNF30, ZNF335,
INF462, ZNF469, ZSWIMG). /o' 9z
NGS panel Onemocnéni a vady oé;‘[(AAASZ CAIl, ABCA4, ABCB6, ABCC6, ABHDI2,
ABHDS, ACBDS, ACO2, ACTB, ACTGIL), ADAMY, ADAMTS10, ADAMTSI7, ADAMTSIS,
ADAMTSL4, ADGRVI (GPRYS “USH2B): AGBLI, AGBLS5, AGK, AGPS, AHII, AIPLI,
ALDHI8A1, ALDHIA3, ALMSI{ANOSI (K#LJ), AP3BI, AP3DI, APC, APTX, ARHGEFIS,
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ARLI3B, ARL2BP, ARL6, ARMCY, ARNT2, ARR3, ARSG (USH4), ASB10, ATF6, ATOH7,
ATP1A2, ATPI1A3, ATXNI, ATXN7, B3GALNT2, B3GALTI, B3GLCT, B4GATI (B3GNTI),
B9D2, BBIPI, BBSI, BBSI0, BBSI2, BBS2, BBS4, BBS5 BBS7, BBSY9, BCOR, BDNF,
BESTI, BFSPI, BFSP2, BLOCIS3, BLOCIS6, BMP4, BMP7, BRD4, TWNK (Cl10orf2),
C120rf57, Cl20rf65, CIQTNFS5, CFAP410 (C2lorf2), PCARE (C2orf71), CPLANEI
(C50rf42), C8orf37, CA4, CABP4, CACNAIF, CACNA2D4, CAPN5, CASK, CC2D2A,
PRIMPOL (CCDC111), CDH23 (USHID), CDH3, CDHRI, CENPF, CEP104, CEPI64,
CEP250, CEP290 (NPHP6), CEP41, CEP78, CERKL, CFAP410, CFB, CFH, CFI, CIB2
(USHI1J,KIP2), CISD2, CLDNI9, CLN3, CLRNI (USH34), CNGAI, CNGA3, CNGBI,
CNGB3, CNNM4, COLIIAI, COLI1A2, COL17Al, COLI8Al, COL2541, COL2Al,
COL4A1, COL4A3, COL8A2, COL9AI, COL9A2, COL9A3, COX7B, CPAMDS, CRBI, CRX,
CRYAA, CRYAB, CRYBAI, CRYBA2, CRYBA4, CRYBBI, CRYBB2, CRYBB3, CRYGB,
CRYGC, CRYGD, CRYGS, CSPPI, CST3, CTCI, CTDP1, CTNNAI, CTNNBI, CX3CRI,
CYPIBI, CYP27A41, CYP4V2, CYP51A1, DAGI, DCN, DDX59, DHCR7, DHDDS, DHX38
(PRPF16), DNMIL, DNMBP, DRAM2, DTHDI, DTNBPI, EDN3, EDNRB, EED, EFEMPI,
ELOVL4, ELOVLS, ELP4, EMC1, EPG5, EPHA2 (ARCC2,CTPP), EYAI, EYS, FAMI264,
FAMIG61A, FARI, FBLN5, FBNI, FBN2, FGF10, FGFS, FGFRI, FKRP, FKTN, FLNA
(FLN1), FLVCRI, FOXCI, FOXD3, FOXE3, FOXL2, FRASI, FREMI, FREM2, FRMD7,
FSCN2, FTL, FXN, FYCOI, FZD4, FZDS5, GALKI, GALT, GCNT2, GDF3, GDF6, GFER,
GJAI, GJA3, GJAS, GLI2, GLI3, GLIS3, GMPPB, GNATI, GNAT2, GNB3, GNPAT,
GNPTG, GP1BA, ADGRA3 (GPR125), GPR143, GPR179, GRHL2, GRID2, GRIPI, GRK],
GRM6, GSN, GTF2HS5, GUCAIA, GUCAIB, GUCYIAl (GUCYIA3), GUCY2D, GZFI,
HARSI (USH3B), HCCS, HERC2, HESXI, HGSNAT, HKI, HMCNI, HMGB3, HMXI
(NKX5-3), HOXAI, HPSI, HPS3, HPS4, HPS5, HPS6, HS6ST2, HSF4, HTRAI, HTRA2,
HYLSI, CHD7, CHM, CHMP4B, CHNI, CHRDLI, CHST6, IARS2, IDH3B, IFT140, IFT172,
IFT27, IFT43, ELP1 (IKBKAP), IMPDHI, IMPGI, IMPG2, INPPSE, INPPSK, IQCBI,
CRPPA (ISPD), ITM2B, ITPRI, JAGI, JAM3, KCNJI13, KCNV2, KERA, KIAA0586,
KIAA1549, KIF11, KIF214, KIF7, KIT, KITLG, KIZ KLHL7, KMT2D, KRT12, KRT3,
LAMAI, LAMB2, LARGEI, LCAS (C6orf152), LCAT, LEMD2, LHX3, LHX4, LIM2, LMXIB,
LONPI, LOXHDI, LOXLI, LOXL3, LRAT, LRIT3, LRMDA (Cl0orfll), LRP2, LRPS,
LRPAPI, LSS, LTBP2, LYST, LZTFLI, MAB21L2, MAF, MAFB, MAK, MAN2BI, MCIR,
MED25, MERTK, MFN2, MFRP, MIP (AQP0), MIPEP, MITF, MKKS, MKSI, MLPH,
MSMOI1, MSTO1, MTPAP, MTTP, MUSK, MVK, MYH9, MYO5A, MYO7A4 (USHIB), MYOC,
NAA10, NDP, NDUFBI11, NDUFSI, NEK2, NEURODI, NF2, NHS, NLRPI, NMNATI,
NOTCH2, NPHPI, INVS (NPHP2), NPHP3, NPHP4, NR2E3, NR2F1, NRL, NTF4, NYX,
OAT, OCA2, OCRL, OFDI, OPAl, OPA3, OPNILW, OPNIMW, OPNISW, OPTN, OR2WS3,
OTX2, OVOL2, P3H2 (LEPRELI), P4HA 1, PANK2, PANK4, PAX2, PAX3, PAXG,
PCDHI5 (USHIF), PCYTIA, PDEG6 ,PﬂEéB SPDE6C, PDE6G, PDEGH, PDZD7, PEXI,
PEX10, PEX11B, PEXI2, PEXI3, 5o-PEX19, PEX2, PEX26, PEX3, PEXS,
PEX6, PEX7, PGKI, PHOX2A, FYVE, PITPNM3, PITXI, PITX2,
PITX3, PLA2GS5, PLK4, PMMD?, CIB, POLAI, POLG, POMGNT]I,
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POMGNT2, POMK, POMTI, POMT2, PORCN, POUIFI, PRCD, PRDMI3, PRDMS,
PROKR2, PROMI, PROPI, PRPF3, PRPF31, PRPF4, PRPF6, PRPFS, PRPH2 (RDS),
PRPSI, PRSS56, PTCHI, PUF60, PXDN, RABIS, RAB27A, RAB2S, RAB3GAPI,
RAB3GAP2, RAPSN, RARB, RAX, RAX2 (RAXLI), RBP3, RBP4, RCBTBI, RD3, RDHII,
RDHI2, RDHS5, REEP6, RGR, RGS9, RGS9BP, RHO (OPN2), RIMSI, RLBPI (CRALBP),
ROBO3, ROMI, RP1, RPILI, RP2, RP9 (PAPI), RPE65, RPGR, RPGRIPI, RPGRIPIL,
RSI, RTN4IPI, RYRI, SACS, SAG, SALL2, SALL4, SC5D, SCAPER, SCLTI, SCO2,
SDCCAGS, SEMA4A, SETX, SH3PXD2B, SHH, SILI, SIPAIL3, SIX3, SIX6, SLC16412,
SLC24A1, SLC24A5, SLC2543, SLC2544, SLC2A1, SLC33A1, SLC38A8, SLC39A45,
SLC4542 (MATP), SLC4A11, SLC7A14, SLITRK6, SMO, SMOC1, SNAI2, SNRNP200, SNX3
(MCOPSS), SOX1, SOX10, SOX2, SOX3, SPATA7, SRD5A3, STNI, STRA6, STS, STX3,
TACSTD2, TAX1BP3, TBC1D20, TCF4, TDRD7, TEADI, TEK, TENM3, TFAP2A, TGFBI,
TIMMS8A, TIMP3, TINF2, TLR4 (ARMDI10), TMEM1264, TMEM237, RXYLTI (TMEMS),
TMEM9S, TOPORS, TP63, TPP1, TRAF3IP1, TREX1, TRIM32, TRIM37, TRIM44, TRNTI,
TRPMI, TSPANI2, TTCS, TTLLS, TTPA, TUB, TUBB3, TUBGCP4, TUBGCPS6, TULPI,
TYR, TYRPI, UBE3B, UBIADI, UNCI119, UNC45B, USHIC (PDZ73), USHIG (SANS),
USH2A, VAXI, VCAN, VIM, VPSI3B, VSX1, VSX2 (CHX10), WDPCP, WDR19 (KIAA1638,
NPHP13), WDR36, WFSI, WHRN (USH2D,DFNB31), WRN, WTI, XPNPEP2, XYLT2,
YAPI, YMEILI, ZBTB20, ZEBI, ZFHX4 (ZFH4), ZNF408, ZNF423, ZNF469, ZNF513,
ZNF644, GMPPA, TRAPPC11, SBF2, DDX38, SLC444, CPSF1, CRIMI, SEMA3E, TBX22,
PIGL, TMEM67, WASHC5 (KIAA0196), ALXI, HDAC6, IGBPI, CTNS, TAT, PLCB3,
SAMDI1, CLCC1, AHR, ADIPORI, ARL3, SPP2, STAG2, PPPICB),

NGS panel Onemocnéni ledvin (CS8ORF38/NDUFAF6, CASR, CDI19, CD81, CFAP29S,
CFH, COQ6, CR2, GATM, GCM2, GNAS, GSN, ICOS, IKZF1, IL21, IRF2BP2, IRS4, ITGA3,
KIAA0974/FAMI49B1, LAGE3, LRBA, MNSI, MS4A41, NEK10, NFKBI, NFKB2, OSGEP,
PDSS2, PTH, SLC3644, TBLLX, TNFRSFI13B, TNFRSFI3C, TP53RK, TPP2, TPRKB,
TRHR, TRPV6, TSCI, TSHB, TTC12, WDR4, WNTII, ABCA3, ABCC6, ACE, ACTNA,
ACVR2B, ADAMTSI3, ADAMTSY, AGT, AGTRI, AGTR2, AGXT, AHII, ALGS, ALMSI,
ANKFY1/KIAA1255, ANKS6, ANLN, ANOS1/KALI, AP2S1, APOLI, AQP2, AR, ARHGAP24,
ARHGDIA, ARLI13B, ARL3, ARL6, ARMC4, ARMCY, ATP6AP2, ATP6V0A4, ATP6VIBI,
AVIL, AVPR2, B9DI, B9D2, BBIP1, BBSI, BBSI10, BBS12, BBS2, BBS4, BBSS, BBS7, BBSY,
BICCI, BMP4, BMP7, BMPRIB, BSND, C2lorf59, C2orf71, C3, C50rf42/CPLANEI,
c8orf37, CA2, CC2D24, CCDC103, CCDC114, CCDCI141, CCDC151, CCDC28B, CCDC39,
CCDC40, CCDC65, CCM2/C70rf22, CCNO, CD2AP, CD46, MCP, CDC5L, CDC73,
CENPF, CEP104, CEPI20, CEP164, CEP290/NPHP6, CEP41, CEP55 CEPS3,
CFAP221/PCDP1, CFAP300, CFA 11, CFB, CFC1, CFHRI, CFHR2, CFHR3,
CFHR4, CFHRS5, CFI, CFTR, G N5\ CLCNKA, CLCNKB, CLDN14, CLDNIG,
CLDNI19, CNNM2, COL4AL, COLFA3, COLIAE-EOLIAS, COLIAS, COQ2, COOSB, CRB2,
CRELDI, CSF2RA , CSF2RH,-CSPPI: CTN§> "UL3, CYP11BI, CYP11B2, CYP24Al,
DACTI, DAWI, DCDC2, DG E DMPL DNAAFI, DNAAF2, KTU, DNAAF3, DNAAFA,
DYXIC1, DNAAF5, DNAHI, DN,
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DNAJBI1, DNAJBI3, DNALI, DRCI, DSTYK, DYNC2HI, DYNC2LII, DZIPIL, EGF,
EHHADH, EMP2, ENPPI1, EVC, EVC2, EYAl, FAMI111A, FGF20, FGF23, FGFS, FGF?9,
FNI, FOXCI, FOXEIl, FOXHI, FOXII, FOXJl, FRASI, FREMI, FREM2, FXYD2, G6PC,
GALNT3, GANAB, GAPVDI, GAS2L2, GAS8/GASI1, DRC4, GATA3, GATA6, GBEI, GDF1,
GDNF, GJAI, GLIS2/NPHP7, GLIS3, GNAII, GREBIL, KIAA1772/CISORF6, GREMI,
GRHPR, GRIP1, HNFIB, HNF4A, HOGAI, HSD11B2, HTRAI, HYLSI, CHDIL, CHRM3,
IFIHI, IFT122, IFT140, IFT172, IFT27, IFT43, IFT52, IFT74/CCDC2, IFT80, IFT81, ILK,
IMPDHI, INF2/CI40ORF173, INPPSE, INTU/KIAAI284, INVS/NPHP2, IQCBI/NPHPS,
ITGAS, KANK2/KIAA1518, KAT6B, KCNAI, KCNJ1, KCNJ10, KCNJ5, KIAA0556/KATNIP,
KIAA0586, KIAA0753, KIF14, KIF3B, KIF7, KL, KLHL3, KRIT1, LAMB2, LCAS5, LEFTY?2,
LIN7C, LRP4, LRP5, LRRC56, LRRC6, LRRCCI, LZTFLI/BBSI7, MAGED?,
MAGI2/KIAA0705, AIP1, MAPKBPI, MCIDAS, MENI, MKKS, MKSI, MMP21, MMP2],
MUCI, MYH9, MYOIE, MYOG, NATI, NCFI, NEKI, NEK4, NEK8/NPHP9, NFUI, NKX2-
1, NKX2-5, NMES, NODAL, NPHPI, NPHP3, NPHP4, NPHSI, NPHS2, NR3C2, NRIPI,
NUP107, NUP133, NUP160/NPHS19, NUP205, NUP37, NUP85, NUP93, OCRL, OFDI,
PAX2, PAXS, PBX1, PCBDI1, PCDHI5, PCSKS5, PDCDI10, PDE2A, PDE3A, PDE6D, PHEX,
PIBF1, PIHID3, PKDI, PKDILI, PKD2, PKHDI, PLCEI, PLXNDI, PMM2, PNPLAG,
PRKCD, PRKCSH, PTPN22, PTPRO, RAB23, REN, RET, ROBO2, RPE65, RPGR,
RPGRIPI, RPGRIPIL/NPHPS, RSPHI, RSPH3, RSPH4A, RSPHY, SALLI, SALL4, SCARB?,
SCNNIA, SCNNIB, SCNNI1G, SDCCAGS, SEC61A1, SEC63, SFTPAI, SFTPB, SFTPC,
SFTPD, SGPL1, SHROOM3, SIX1, SIX2, SIX5, SLCI12A1, SLCI12A43, SLC26A44, SLC2A2,
SLC34A1, SLC34A3, SLC37A44, SLC3A1, SLC4A1, SLC4A4, SLC5A1, SLC5A42, SLC7A9,
SLCY9A3RI1, SLIT2, SMAD4, SMARCALI, SOX17, SPAGI, SPEF2, SPRY2, STK36, SUFU,
TAC3, TBCIDSB, TBX18, TCTEXID2, TCTNI/TECTI, TCTN2, TCTN3, TH, THBD, THRA,
THRB, TMEMI107, TMEM127, TMEM138, TMEM216, TMEM231, TMEM237, TMEM256,
TMEM67, TRAF3IP1, TRIM32, TRPC6, TRPM6, TSC2, TSHR, TTC2IB, TTC25, TTCS,
TTFI1, TXNDC15/C5orfl4, ULK4, UMOD, UPK3A, USF2, VHL, WDPCP/C20RF86,
WDRI19, WDR34, WDR35, WDR60, WDR72, WDR73, WNKI, WNK4, WNT4, WTI, XDH,
XPNPEP3, ZIC3, ZMYNDI10, ZNF423),

NGS panel Onemocnéni a vady srdce (A2ML1, ABCA7, ABCCY9, ACTAI, ACTA2, ACTC]I,
ACTN2, ACVR2B, ADAMTS2, ADAMTSL4, AEBPI1, AKAPY9, ALGI0B, ALMSI, ALPKS3,
ANK2, ANKRDI, APOAI, APOA2, APOB, APOE, APP, B2M, B3GALT6, B4GALT7, BAG3,
BGN, BRAF, CIR, CIS, CACNAIC, CACNA2DI, CACNB2, CALMI, CALM2, CALMS3,
CALR3, CASQ2, CAV3, CBL, CFCI, CITED2, COLIAI, COLIA2, COL3A41, COL5Al,
COL5A2, COLI2A1, COX15, CRELDI, CRYAB, CSRP3, CST3, CTFI, CTNNA3, DES,
DMD, DNAJC19, DOLK, DPP6, DSC2, DSG2, DSE, DSP, DTNA, EFEMP2, ELN, EMD,

OPD]L GSN, HCN~I HFE, RQS C'HST]-I ’fL ITMZB, JAGI, JPH2, JUP, KAT6B,
KCNAS5, KCND2, KCND3, KC @ KCNEZ 3, KCNES5 (KCNEIL), KCNH2, KCNJ2,
KCNJ5, KCNJS, KCNQI, KL &QKRAS E 4, LAMP2, LDB3, LMNA, LOX, LTBP2,
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LTBP3, LYZ, LZTRI, MAP2KI, MAP2K2, MED12, MFAPS5, MIBI, MMP21, MRAS, MURC,
MYBPC3, MYHI1, MYH6, MYH7, MYL2, MYL3, MYLK, MYLK2, MYO6, MYOMI, MYOZ2,
MYPN, NEBL, NEXN, NKX2-5, NKX2-6, NODAL, NOSIAP, NOTCHI, NPPA, NRAS, OSMR,
P4HAI, PDLIM3, PKDILI, PKP2, PLN, PLODI, PPA2, PPPICB, PRDMS5, PRDMIG,
PRKAG2, PRKGI1, PRKARIA, PRNP, PSENI, PSEN2, PTPNI1, RAFI, RANGRF, RASA2,
RBM20, RITI, ROBO4, RRAS, RRAS2, RYR2, SAAI, SCNIB, SCN2B, SCN3B, SCN4B,
SCN5A4, SCN104, SCO2, SDHA, SGCD, SHOC2, SKI, SLC2544, SLC2A410, SLC39A413,
SMAD2, SMAD3, SMAD4, SMADG6, SLMAP, SNTAI, SORLI, SOSI1, SOS2, SPREDI, SYNE2,
TAF1A, TAZ, TBXI, TBX3, TBX5, TBX20, TCAP, TECRL, TGFB2, TGFB3, TGFBRI,
TGFBR2, TLLI, TMEM43, TMPO, TNNCI1, TNNI3, TNNI3K, TNNT2, TNXB, TOMMA40,
TPMI1, TRDN, TREM2, TRPM4, TSPYLI, TTN, TTR, TXNRD2, VCL, ZFPM2, ZIC3,
ZNF469),

NGS panel Vzicnd onemocnéni (A2MLI, AAAS, ABLI, ACAN, ACVRI, ACVRLI, ACTB,
ACTG1, ADAMTS2, ADAMTSI10, ADAMTSI7, ADAMTSL2, ADGRG2, AEBPI, AFF4,
AGGFI, AIRE, AKRIC2, AKRIC4, AKTI1, AKT2, ALX1, ALX3, ALX4, ANAPCI, ANKRDI1,
ANOSI, ANTXR2, APC2, AR, ARHGAP31, ARIDIA, ARIDIB, ARID2, ARSL, ARX, ASCCI,
ASCLI, ASXLI, ASXL2, ASXL3, ATP7B, ATR, ATRIP, B3GALTL, B3GALT6, B4GALT7,
B3GAT3, BHLHA9, BICD2, BMP2, BMP4, BMPRIB, BRAF, BRD4, BRWD3, BTK, BTRC,
CIR, CIS, CASR, CANTI, CBL, CBX2, CCDCS8, CCDC141, CD96, CDC45, CDH3, CDKS3,
CDKL5, CDKNIC, CDON, CDTI, CDC6, CENPJ, CENPE, CEP120, CEP152, CEP63,
CFTR, CKAP2L, CNOTI, CNTNAP2, COG4, COLIAI, COLIA2, COL3Al, COL5Al,
COL5A2, COLI0AI, COLI11AI, COLIIA2, COL2Al, COL9A1, COL9A4A2, COL9A3,
COLI241, COLECI10, COLEC11, COMP, CREBBP, CUL4B, CUL7, CYP11A41l, CYPII1BI,
CYP1741, CYP26B1, DCAF17, DCX, DDR2, DHCR7, DHCR24, DHH, DIS3L2, DISPI,
DLLI, DLL4, DLX3, DLX4, DLX5, DLX6, DNA2, DNM2, DNMT34, DOCK6, DOK7, DPF?2,
DSE, DUSP6, DYNCIHI, DYNC2HI, DYNC2LIl, DVLI, DVL3, ECEl, ECELI, EDN3,
EDNRB, EED, EFNBI, ENG, EOGT, EP300, EPHB4, EPSI5LI1, ERF, ESCO2, EVC, EVC2,
EXOC6B, EXTI, EXT2, EZH2, FBLNI, FBNI, FBN2, FEZFI, FGDI, FGFI10, FGFI6,
FGF17, FGF8, FGF9, FGFRI, FGFR2, FGFR3, FKBP14, FLNA, FLNB, FLRT3, FLT4,
FOXC2, FOXGI, FOXHI, FREMI, FSHB, FTHI, FZD2, GABBR2, GASI, GDF2, GDF3,
GDF5, GDF6, GDNF, GHI, GHR, GHRH, GHRHR, GHSR, GJAI, GJB2, GJC2, GLEI,
GLIl, GLI2, GLI3, GMNN, GNAS, GNRHI, GNRHR , GPC3, GPC4, GPC6, GRHL3, GZF1,
HAMP, HDAC4, HDACS, HESXI, HFE, HISTIHIE, HJV, HMGA2, HOXDI3, HRAS,
HS6STI1, HSD3B2, CHD7, CHDS, CHST3, CHST14, CHSYI, IDHI, IDH2, IFT122, IFT140,
IFT172, IFT43, IFT52, IFT80, IGF1, IGFIR, IGF2, IHH, ILI7RD , IQCE, IQSEC2, IRF6,
JAGI1, KAT6B, KATNBI, KCTDI, KDM6A, KIAA0586, KIFBP, KIF22, KISSI , KISSIR ,
KITLG, KLB, KLHL7, KMT2A, KMT2D, KRAS, LAMBI, LICAM, LGI4, LHB , LHCGR,
LHX3, LHX4, LIFR, LIG4, LMBRI, LOXL3, LRP2, LRP4, LTBP2, LTBP3, LZTRI,
MACFI, MAGEL2, MAMLDI,
MC2R, MCM5, MECP2, MED WEFV ME
MRAS, MSX1, MSX2, MTOR, kﬁ/?]gz‘; 1
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MYTI, NALCN, NBN, NDEI1, NECTINI, NEKI, NEKY, NF1, NF2, NFIB, NFIX, NIN, NIPBL,
NNT, NODAL, NOG, NOTCHI, NOTCH2, NROBI, NR5A1, NRAS, NRTN, NRXNI, NSDI,
NSMCE2, NSMF, NSUN2, NTNGI, NUPS8S, NXN, OBSLI, OFDI, ORCI, ORC4, ORC6,
OTX2, P4HAI, PAFAHIBI, PAH, PAPSS2, PCNT, PDE3A, PDGFRB, PGAP2, PGAP3,
PHF6, PHOX2B, PIEZOI, PIEZO2, PIGL, PIGO, PIGV, PIGW, PIGY, PIK3CA, PIK3RI,
PITX1, PITX2, PLAGI, PLK4, PLODI, POLRIC, POLRID, POMTI, POMT2, POR,
POUIFI, PPPICB, PRKARIA, PRMT7, PROK2, PROKR2, PROPI, PTEN, PTHIR,
PTHLH, PTCHI, PTCH2, PTPNI11, RAB23, RAD21, RAF1, RAIl, RAPIA, RAPIB, RAPSN,
RASAI, RASA2, RASA3, RBBPS, RBMS8A, RBPJ, RECQL4, RELN, RET, RITI, RLIM,
RNF125, RNF135, RNPC3, ROR2, RPS6KA3, RRAS, RRAS2, RTELI, RUNX2, SALL4,
SAMDY, SC5D, SEM1, SEMA3A, SEMA3C, SEMA3D, SEMA3E, SEMA7A, SETD2, SETD?,
SGPL1, SHH, SHOC2, SHOX, SIX3, SKI, SLC18A43, SLC26A2, SLC29A43, SLC39A413,
SLC4041, SMAD3, SMAD4, SMAD6, SMARCA2, SMARCA4, SMARCBI, SMARCC2,
SMARCEI, SMC1A4, SMC3, SMO, SMPD4, SOS1, SOS2, SOST, SOX2, SOX3, SOX4, SOX9,
SOX10, SOX11, SOX18, SPECCIL, SPREDI, SPRY4, SRCAP, SRY, STAR, STAG2, STXBP1,
SUFU, SUMOI, TAC3, TACR3, TBCID24, TBCK, TBXI, TBX2, TBX5, TBX15, TBXI19,
TCF12, TCF4, TCOFI, TCTEXID2, TCTN3, TDGFI1, TFAP2A, TFR2, TGFB2, TGFB3,
TGFBRI, TGFBR2, TGIF1, TMTC3, TNNI2, TNNT3, TNXB, TORIA, TP63, TPM2, TRAIP,
TRIP11, TRPV4, TRPSI, TTC21B, TUBAIA, TWISTI, UBE3A, UGTIAI, UNC80, VEGFC,
VIPAS39, VPSI3B, VPS33B, WDPCP, WDRI1 , WDRI9, WDR34, WDR35 WDRG60),
WNTI10B, WNT4, WNT5A, WNT7A, WTI1, YWHAE, ZEB2, ZFPM2, ZIC1, ZIC2, ZNF141,
ZSWIMG),
NGS panel Neurodegenerativni onemocnéni (ABCA7, ADCYS, ADHIC, ALOXS5, ALS2, ANG,
ANO3, ANXAll, APOE, APP, APTX, ARSA, ATLI, ATM, ATP13A2, ATPIA3, ATP7B,
ATXN2, ATXN3, ATXNSOS, AUH, BCAP31, Cl19orfl12, C9orf72, CACNAIB, CACNAIG,
CD36, CIZ1, CLU (ApoJ), COASY, COL6A3, CP, CRAT, CSFIR, DABI, DAO, DCAF17,
DCTNI, DDC, DNAJC12, DNAJC13, DNAJC6, DNMTI, DYTI, EEF2, EIF4Gl, ELOVLA4,
ELOVLS, ERBB4, ERLINI, FA2H, FAT2, FBXO7, FGF14, FIG4, FTL, FUS, GBA, GCDH,
GCHI, GIGYF2, GLEI, GLUD2, GNAL, GNAOI, GNE, GRMI, GRN, GTPBP2, HEXA,
HEXB, HNRNPAI, HPCA, HPRTI, HTT, CHAT, CHCHDI10, CHCHD2, CHMP2B, IDE,
ITM2B, ITPRI, KCNC3, KCND3, KCNMAI, KCTDI17, KIFIC, KIF54, KMT2B, LMNBI,
LRRK2, MAPT, MATR3, MME, MMUT, NEFH, NEKI, NOTCH3, OPTN, PANK?2, PANKS3,
PARK2, PARK7, PCCA, PCCB, PCNA, PDGFB, PDGFRB, PDYN, PFNI, PGKCG,
PICALM, PINKI, PLA2G6, PLD3, PNKD, POLG, PRKRA, PRNP, PRPH, PRRT2, PSENI,
PSEN2, PTS, PUMI, RAB39B, RELN, REPSI, SCA20, SCA32, SETX, SGCE, SIGMARI,
SLCI18A42, SLC2A41, SLC30A410, SLC39A414, SLC6A3, SNCA, SODI, SPAST, SPGI11, SPR,
SPTBN2, SOSTMI, SSI8L1 (KIAAQ693)pSTUBY, SYNJI, TAFI, TARDBP, TBKI, TBP,
TGM6, TH, THAPI, TIAl, TIMMS ,WEMQJO ‘@NK1, TOMM40, TORIA, TRPC3, TTBK2,
TUBA4A, TUBB4A, TYROBP, UB N2, lfCH 1, T@ B, VCP, VPS13C, VPS35, WDR4)5),
NGS panel Mentélni retardace ﬁlkroceiahe (ACSL4, ACTB, AFF2, AIFMI, ANKLE2,
ANKRDII, API1S2, ARFGEF?2, GEF6* %RHG F9, ARIDIB, ARX, ATP6AP2, ATR,
[ &0
\\\".7 -~
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ATRX, AUTS2, B3GALNT2, BRWD3, BUBIB, CASK, CCDC22, CCDC88C, CDKI6,
CDK5RAP2, CDK6, CDKLS5, CENPE, CENPF, CENPJ, CEP135 CEPI52, CKAP2L,
CLCN4, CLIC2, CLP1, CNKSR2, COL4A1, COX7B, CRIPT, CTNNBI, CUL4B, DAGI, DCX,
DIAPHI, DLG3, DNMIL, DPP6, DYRKIA, EBP, EFTUD2, EIF2S3, EP300, EXOSC3,
FGDI, FKRP, FKTN, FMRI1, FOXG1, FRMPD4, FTO, FTSJ1, GDII, GLI2, GMPPB, GP(C3,
GRIA3, GSPT2, HCCS, HCFC1, HDAC6, HMGB3, HPRTI1, HSD17B10, HUWEI, IER3IP],
IGBPI, ILIRAPLI, ISPD, KATNBI, KIF1l, KLFS, LICAM, LASIL, MAGTI, MAOA,
MCPHI, MECP2, MEDI12, MEDI17, MFSD24, MIDI, MPDZ, MSMOI, MYCN, NAAIO,
NBN, NDEI, NHEJI, NIPBL, NLGN3, NLGN4X, NSDHL, OCLN, OGT, OPHNI, ORCI,
OTC, PAFAHIBI, PAK3, PCLO, PDHAI, PGKI, PHCI, PHF6, PHFS, PLEKHG?2, PLKA,
PLPI, PNKP, POGZ, POMGNTI, POMTI, POMT2, PORCN, PPPIRI5B, PSATI, PSPH,
PTCHDI, QARS, RAB39B, RAB3GAPI, RAB40AL, RAD2I, RADS50, RBBPS, RBM]I0),
RPLI10, RPS6KA3, RTTN, SASS6, SHH, SHROOM4, SLC16A42, SLCIA4, SLC25A419,
SLC2A41, SLC6A8, SMC3, SMS, SOX11, SOX3, SPATAS, SRPX2, STAMBP, STIL, SYNI, SYP,
TAFI, TAF2, THOC2, THOC6, TIMMSA, TRAIP, TRAPPCY9, TRMT10A, TSEN54, TUBAIA,
TUBB, TUBB2B, TUBGCP4, TUBGCP6, UBE2A, UPF3B, USP9X, VPSI3B, WDRI3,
WDR62, WDR73, XRCC4, ZBTBI18, ZC4H2, ZDHHC15, ZDHHCY, ZEB2, ZNF335, ZNF711,
ZNF81, AARSI, ABCA2, ACBDS5, ACTL6B, ADAR, ADARBI, ADAT3, ADNP, AGA,
AGTPBPI1, AHDCI, AIMPI, AIMP2, AKT3, ALDH3A42, ALGI, ALGII, ALGI2, ALGI3,
ALG3, ALGY, ALKBHS8, AMPD2, ANK3, AP2M1, AP3B2, AP4B1, AP4El, AP4MI, AP4S1,
ARCNI, ARIDIA, ARID2, ARNT2, ARSE, ARVI, ASHIL, ASNS, ASPM, ASXLI, ASXL3,
ATAD3A, ATP6VIA, ATRIP, B3GNTI , BCAP31, BCLI11A, BCL11B, BPTF, BRATI, BRDA4,
BRFI1, BRPFI, Cl2orf4, CA8, CACNAIB, CACNAIG, CACNG2, CAMK24, CAMK2B,
CAMK2G, CAMTAIL, CARSI, CC2DI1A, CCDC32, CCDC47, CCND2, CD96, CDC45, CDC®6,
CDHI)5, CDK5, CDON, CDTI1l, CENPI, CEP63, CEPSSL, CIC, CIT, CLTC, CNNM2,
CNOTI, CNOT3, COASY, COGI, COG2, COG4, COGS5 COG6, COG7, COL4A3BP,
COPB2, CRADD, CRBN, CREBBP, CSNK241, CTCF, CTNNA2, CTU2, CUXI, CXorf56,
CYFIP2, DCPS, DDXI11, DDX3X, DEAFI, DENND5A, DHCR7, DHX37, DISPI1, DLG4,
DLLI, DMXL2, DNA2, DNMT34, DONSON, DPAGTI, DPF2, DPMI, DYNCIHI,
DYNCI112, EBF3, EDC3, EEF1A2, EHMTI, EIF3F, ELP2, EMCI, EMX2, EPB41L1, EPG),
ERCCI, ERCC2, ERCC3, ERLIN2, ETHEI, EXOC7, EXOSC8, EXOSCY9, EXT2, FAM504,
FARI, FARSA, FARSB, FBXL3, FBXL4, FBXO31, FGFS8, FGFRI, FH, FLVCR2, FMN?2,
FOXHI, FOXPI, FREMI, FRMD4A4, FUTS, GABBR2, GABRB2, GADI, GALNT2, GASI,
GATAD2B, GEMIN4, GLDC, GLYCTK, GMNN, GMPPA, GNAOI, GNBI, GOT2, GPT2,
GRIA4, GRIK2, GRINI, GRIN2A, GRIN2B, GRIN2D, GRM7, GTF2E2, GTF2H5, GTPBP2,
HACEI, HDACS, HERC2, HHAT, HIVEP2, HNMT, HNRNPH?2, HNRNPU, HPDL, HS6ST2,
CHAMPI, CHD2, CHD3, CHD7, CHMP. [, IFIHI, IFT122, IGF1, IGFIR, IMPAI,
INPPSE, INTSS, IQSEC2, KANSLI, KCNA4, KCNQS5, KCNT1, KDM5B,
KDM5C, KIAA1109, KIF14, KIF] (}KYbe K]F-‘tAr IF5C, KIFBP, KIRREL3, KLHLIS,
KLHL7, KMT24, KMT2C, KMT?2 CK Zé' \K , KNLI, KPTN, LAGE3, LAMBI,
LARGEI, LARP7, LIG4, LINGOI, @Sf‘LMAN?LQ NBI, LMNB2, MAB21L1, MACFI,

7,
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MANIBI, MAP11, MAPI1B, MAPRE2, MAST1, MBD5, MBOAT7, MCM5, MED13, MED13L,
MED?23, MED25, MEF2C, MEIS2, METTL23, METTLS5, MFF, MID2, MIR17HG, MOCSI,
MORC2, MPLKIP, MSL3, MTHFS, MTX2, MYMK, MYOI8B, MYTIL, NAAI5, NADK?2,
NALCN, NANS, NARSI, NBEA, NCAPD2, NCAPD3, NCAPH, NDSTI1, NEXMIF, NGLYI,
NIN, NKAP, NODAL, NONO, NRXNI, NSMCE2, NSUN2, NT5C2, NTNG2, NUPI107,
NUP133, NUPI8S, NUP37, NUSI, ORC4, ORC6, OSGEP, PACSI, PARS2, PCDHI2,
PCGF2, PCNT, PDE2A, PGAPI, PGAP2, PGAP3, PHGDH, PIGG, PIGN, PIGO, PIGY,
PIGY, PIK3R2, PLAA, PMM2, POCIA, POLAI, POLRIA, POLR24, POMK, PPP2CA4,
PPP2RIA, PPP2R5D, POBPI, PRMT7, PRSS12, PRUNEI, PSMDI2, PTCHI, PTPN23,
PURA, PUS7, PYCR2, QRICHI, RABIIB, RABIS, RAB3GAP2, RACI, RARSI, RARS2,
RBMX, RELN, RFTI, RHOBTB2, RICI, RLIM, RNASEH2A, RNASEH2B, RNASEH2C,
RNF1134, RNF13, RNU4ATAC, RPS23, RSRCI, RUSC2, RXYLTI, SAMHDI, SARSI,
SCNIA, SCN24, SCN34, SEMA3E, SEPSECS, SET, SETBPI1, SETDS5, SF3B4, SHANKS3,
SIN34, SIX3, SLCI12A46, SLCI1A2, SLC3542, SLC35C1, SLC5A46, SLC6A17, SLC946,
SLC9A47, SMARCA2, SMARCA4, SMARCBI, SMARCC2, SMARCDI, SMARCEI, SMC1A4,
SMGY, SMPD4, SNAP29, SNRPB, SOBP, SON, SOX4, SOX5, SPOP, SPTANI, SRCAP,
SSR4, ST3GAL3, STAGI, STAG2, STT3A4, STT3B, STXBP1, SVBP, SYNGAPI, TAF13, TAF6,
TARSI, TASP1, TBC1D20, TBC1D23, TBCD, TBCK, TBLIXRI, TBRI, TBXI, TCF20, TCF4,
TDP2, TECPR2, TECR, TELO2, TGIF1, TLK2, TMCOI, TMEM165, TMTC3, TMX2, TNIK,
TOEI, TOP34, TP53RK, TPRKB, TRAPPCI12, TRAPPC4, TRAPPC6B, TREXI, TRIO,
TRIP12, TRMTI, TRRAP, TSENI1S5, TSEN2, TSEN34, TSPAN7, TTI2, TUBAS, TUBBZ2A,
TUBB3, TUBGI, TUBGCP2, TUSC3, UBAS, UBE3A, UBE3B, UBRI, UBR7, UBTF, UFC]I,
UFMI1, UGP2, UNC80, UPBI, USP27X, VARSI, VLDLR, VPS11, VPS51, VPS533, VRKI,
WASHC4, WDFY3, WDR37, WDR4, WDR45B, WWOX, YIFIB, YY1, ZBTB11, ZBTBI6,
ZC3HIA, ZIC1, ZIC2, ZMYNDI1, ZNF148, ZNF292, ZNHIT3, ZSWIM6).

""" SALSA MLPA probemixy: P092 ABCC6 (ABCC6, ABCCI), P343 Autism-1 (15ql11,
15q12, 15q13, 16pl11.2, SHANK3), P191 Alport mix 1 (COL4A45), P192 Alport mix 2
(COL4A45, COL4A46), P180-B1 Limb malformation-2/Heart (SALLI, SALL4, TBXS5), P002
BRCAL1 , P045 BRCA2/CHEK2 , P439 COL4A3, P444 COL4A4, P250 DiGeorge (22q11.2),
P461 DIS (STRC, CATSPER2, CKMTIB, OTOA), P018 SHOX, P060 SMA (SMN1, SMN2),
P061 Lissencephaly (PAFAHIBI, DCX, POMTI, POMGNTI, FLNA), P062 LDLR, P297
Microdeletion syndromes-2 (1g21.1, 1q21.1, 3q29, 7q36.1, 12p11.23, 15q13, 15g24.1 16pl1,
17q12, 18q21.2, 20p12.2), P356 Chromosome 22q probemix (22ql1, 22q13), ME031 GNAS,
P379 NRXNI1, P245-Microdeletion syndromes-1A, ME030 BWS/RSS, MEO028 Prader-
Willi/Angelman P326 LARGEI P309 MTMI, P220 Obesity, P003 MLHI1/MSH2, P008

probemix, P361 USH2A mi P~36 Hu\maslTﬂ ere-14, P385 DOCK8 P387 NPHPI, P396
SHANK?2, P405 CMT1, P44 KANSL] MEb@ UPD7-UPD14, P010 POLG, P015 MECP2,
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PO16 VHL, P026 Sotos syndrome, P031 FANCA mix 1, P048 LMNA/MYOT/ZMPSTE24,
P050 CAH, P051 Parkinson mix 1, P054 FOXL2-TWIST1, P065 Marfan Syndrome, P066
Marfan Syndrome, P067 PTCH1, PO80 Craniofacial, PO81 NF1 mix 1, PO82 NF1 mix 2, P091
CFTR, P100 MYBPC3, P106 MRX, P108 SCNSA, P114 Long-QT, P118 WT1, P130 CCM
mix-1, P131 CCM mix-2, P132 Kallmann-1, P136 Gitelman syndrome, P141 NIPBL-1 mix1,
P142 NIPBL-2 mix2, P151 ABCA4 mix-1, P153 EYAI1, P155 EDS, P159 GLA, P160 STS,
P168 ARVC-PKP2, P169 Hirschsprung-1, P177 CASR, P185 Intersex, P186 PAX3-MITF-
SOX10, P187 Holoprosencephaly (HPE), P196 TNNT2-BAG3, P197 KCNQ3, P20l
CHARGE, P211 HSP region, P213 HSP mix-2, P214 COL2A1, P216 GHD, P219 PAX®6,
P221 LCA mix1, P222 LCA mix2, P225 PTEN, P229 OPA1, P232 FGDI, P233 MID1, P235
Retinitis, P241 MODY mix1, P259 RPS6KA3, P260 PALB2-RAD50-RAD51C-RADSID,
P266 CLCNKB, P272 COL1A2, P285 LRPS5, P295 SPREDI1, P298 BRAF-HRAS-KRAS-
NRAS, P310 TCOFI1, P311 Congenital Heart Disease, P314 ABCA3-SFTPC, P318
Hirschsprung-2, P319 Thyroid, P325 OCA2, P331 COLSA1 mixl1, P332 COL5A1 mix2,
P341 PKHDI1 mix1, P342 PKHDI1 mix2, P351 PKD1, P352 PKD1-PKD2, P354 KIT SNAI2,
P359 PLODI, P362 USH2A mix2, P366 CHM-RP2-RPGR, P367 BESTI1-PRPH2, P389
MLL2, P398 CASK, P409 RASA1-EPHB4, P418 MYH7, P426 Cystinuria, P433 ARIDIA-
ARIDI1B, P445 KDM6A, P457 DHCR7, P472 SUFU, P488 RS1, P021 SMA, P034 DMD-1,
P041 ATM1, P042 ATM2, P046 TSC2, P057 FANCD2-PALB2, P128 CYP450, P147 1p36,
P163 GIJB-WFS1-POU3F4, P179 Limb-1, P184 JAGI1, P189 CDKL5/ARX/FOXGI1, P236
CFH Region, P292 PCDHI15, P294 Tumour Loss, P306 SPG11, P313 CREBBP, P321
VPS13B, P333 EP300, P347 Hemochromatosis, P388 AGS, P455 LZTR1, P460 SMA, P463
MRKH, P470 NCL, P473 CTNS, P480 WHS & Achondroplasia, ME0O12 MGMT-IDH1-
IDH2.

12 Hemochromatdza (sekvenéni varianty: H63D, S65C, C282Y v genu HFE), Familiarni
hypercholesterolemie typu B (sekvenéni varianta: R3500Q v genu APOB), Faktor V Leiden
(sekven¢ni varianta: 1691G>A v genu FJ), Faktor II Prothrombin (sekven¢ni varianta:
20210G>A v genu F2), Thiopurin S-metyltransferaza (sekvenc¢ni varianty: 238G>C, 460G>A,
719 A>G v genu TPMT), Deficit alfa 1-antitrypsinu (sekvenéni varianty: E264V, E342K v
genu SERPINAI), KRAS (sekven¢ni varianty: kodon 12- ¢.34G>A, ¢.34G>C, ¢.34G>T,
¢.35G>A, ¢.35G>C, ¢.35G>T, kodon 13- ¢.37G>A, ¢.37G>C, c.37G>T, c.38G>A, ¢.38G>C,
¢.38G>T, kodon 59- ¢.175G>T, ¢.175G>A, ¢.176C>A, ¢.176C>G, ¢.176 _178delCAG, kodon
60, 61- c.179G>A, c.179G>C, ¢.179G>T, c.180T>A, c.180T>C, c.181C>G, c.181C>A,
c.182A>T, ¢.182A>G, ¢.182A>C, c.183A>T, c.183A>C, kodon 117- ¢.349A>G, ¢c.350A>G,
¢.351A>C, ¢.351A>T, kodon 146- c. 436G>C c.436G>A, ¢.437C>G, c.437C>T, c.438A>G,
c.438A>C, c.438A>T), NRAS (sekventniwarianty: kodon 12- ¢.34G>A, ¢.34G>C, ¢.34G>T,
c.34_35GG>AA, ¢.34_35GG>C wé’ﬁ ﬁ?@ TA, ¢.35G>A, ¢.35G>C, ¢.35G>T, kodon 13-
¢.37G>A, ¢.37G>C, ¢.37G¥ 5 ’C. 37 38G(’.gA c. 37 38GG>TA, ¢.38G>A, ¢.38G>C,
¢.38G>T, c. 38 39GT>T( ,*c 39’I>C kodon 59- c.175G>A, c.176C>A, c.176C>G,
c.181C>A, c.181C>G, c. CA>A\?GO 181 182CA>TT, c.182A>C, c.182A>G,
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c.182A>T, c.182 183AA>GG, c.182 183AA>TG, c.183A>C, ¢c.183A>G, c.183A>T, kodon
117- ¢.349A>G, ¢.350A>G, ¢.351G>T, ¢.351G>C, kodon 146- ¢.436G>A, ¢.436G>C,
c.436G>T, c.437C>T, ¢.437C>G), BRAF (sekvenéni varianty: kodon 600- c¢.1799T>A,
c.1799 1800TG>AT, c¢.1798 1799GT>AA, c¢.1798 1799GT>AG, c¢.1799T>C), EGFR
(sekvenéni varianty: kodon 719- ¢.2156G>C, ¢.2155G>A, c.2155G>T, kodon 746-753-
€.2235 2249 del 15, c¢.2235 2252>AAT, ¢.2236 2253 del 18, c¢.2237 2251 del 15,
€.2237 2254 del 18, ¢.2237 2255>T, ¢.2236 2250 del 15, ¢.2238 2255 del 18, c.2238 2248
>GC, ¢.2238 2252 >GCA, ¢.2239 2247 del 9, ¢.2239 2253 del 15, ¢.2239 2256 del 18,
c.2239 2248TTAAGAGAAG>C, ¢.2239 2258>CA, c.2240 2251 del 12, ¢.2240 2257 del
18, ¢.2240 2254 del 15, c¢.2239 2251>C, ¢.2235 2248>AATTC, ¢.2237 2252>T,
c.2235 2251>AATTC, c¢.2235 2255>AAT, ¢.2237 2257>TCT, ¢.2238 2252 del 15,
c.2239 2256>CAA, kodon 790- ¢.2369C>T, kodon 768- ¢.2303G>T, kodon 772-775-
¢.2319 2320 insCAC, c¢.2315 2316 insGACAACCCC, c¢.2315 2316 insGGGCAACCC,
c.2318A>T, ¢.2319 2320 insCCCCAC, ¢.2321 2322 insCCACGT, kodon 858- ¢.2573T>G,
¢.2573 2574TG>GT, kodon 861- ¢.2582T>A)

13 KRAS (sekvenéni varianty: ¢.35G>C, ¢.34G>C, ¢.35G>A, ¢.34G>T, c.34 35delGGinsAT,
c.34 35delGGinsCT), ¢.34G>A, ¢.35G>T, ¢.38G>C, c¢37G>C, c¢.38G>A, c¢37G>T,
c.37G>A, ¢.38G>T, c.176C>A, c.176C>G, c.175G>A, c.179G>T, ¢.182A>G, c.183A>C,
c.183A>T, c.182A>T, c.181C>A, ¢.351A>C, ¢.351A>T, ¢.349A>G, c.436G>C, c.436G>A,
c.437C>T), NRAS (sekvenéni varianty: ¢.35G>A, ¢.34G>T, ¢.34G>A, ¢.35G>T, ¢.37G>C,
c.38G>A, ¢.37G>T, ¢.38G>T, c.176C>A, c.175G>A, ¢.178G>C, c.179G>A, c.182A>G,
c.181C>QG), c¢.183A>C, c.183A>T, c.182A>T, c.181C>A, c.182A>C, c.436G>A), BRAF
(sekven¢ni varianty: ¢.1799T>C, ¢.1799 1800TG>AT, c.1799T>A, ¢.1799 1800TG>AA,
c.1799T>G), ¢.1798 1799GT>AA, c.1798G>A, ¢.1798 1799GT>AQG, c.1801A>G), EGFR
(sekvenc¢ni varianty: ¢.2156G>C, ¢.2155G>T, ¢.2155G>A, ¢.2233_2247del, ¢.2235_2249del,
c.2235 2248delinsAATTC, ¢.2236 2250del, ¢.2235 2251delinsAATTC, ¢.2236 2253del,
c.2237 2251del, ¢.2237 2252delinsT, ¢.2237 2253delinsTTGCT, c¢.2235 2255delinsAAT,
€.2237 2254del, €.2237 2255delinsT, c.2238 2255del, ¢.2237 2257delinsTCT,
c.2239 2247del, ¢.2238 2248delinsGC,  ¢.2239 2248delinsC, ¢.2239 2251delinsC,
c.2240 2251del), €.2240 2254del, c.2239 2256del, c.2239 2256delinsCAA,
€.2239 2258delinsCA), ¢.2240 2257del, ¢.2369C>T, ¢.2573T>G, ¢.2582T>A), VKORCI
(sekvenéni varianta 1639G>A) CYP2C9 (sekven¢ni varianty: 1075A>C, 430C>T), HFE
(sekven¢ni varianty: V53M, V59M, H63D, H63H, S65C, Q127H, P160delC, E168Q, E168X,
W169X, C282Y, Q293P), TFR2 (sekvenéni varianty: E60X, M172K, Y250X, AVAQS594-
597del), FPNI (sekvenéni varianty: N144H, V162del)
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