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MATERIAL Trombofilie KLINICKA GENETIKA
Zadanku kze vystavit pouze |:| Leiden Lze indikovat jen lékafem s odb. 208
pro jeden material F5 (€. 1601G>A4) |:| Cysticka fibrdza NGS panely |:| Prenatalni kaskadowvy screening

Datum odbéru vzorku: e 15 |:| Protrombin CFIR (68 mutag + IVS9:5T/7T/9T) D Ovéfeni nevyZadanych nalezi (t. 4-5) OF-PCR zakladni fada, CGH prenatalni
[ ] Mesraiiiva krev F2 (6. %97534) [ ] cysticia fibréza (NGS / CNV-EPPs) [ | Meurofibromatéza (NF) / NFi-likesy || | Gorliniiv syndrom (NBCCS) [_] aF-PCR zakiadni fada (matka) [_] ArraycGH prenataini
[_] Fetaini krev Metabolické poruchy a defekty CFIR NFL, NFZ, SPREDI PTCHY, SUFU 13,18,21, Xa ¥
|:| Plodova voda |:| Hereditarni hemochromatdza |:| Syndrom fragilniho chromozomu X D Her. difuzni ca Zaludku (HDGC/GAPPS) D Hereditarni pankreatitida (HP) |:| QF-PCR zakladni fada (plod) |:| ArrayCGH postnatalni
[] Kuttivované amniocyty HFE (€.8956>A, €. 167C>G, c. 1934>T) FMRI (5 UTR(CEG) AFC, BRCAL, BRCAZ, CDHI CFIR, CTRC, PRSS1, SPINKI 13,18,21, Xa ¥
[[Jevs [ ] Deficit methyl-THF [ ] Léri-Weilliv syndrom [ | Hereditami ca prsu a ovarii (HBOC) [ | Hereditarni ca prostaty (HPC) [ ] aF-PcR rozitens fada
[] kuttivované bufiky cvs MTHFR (€. 665C>T) SHOX ATM, BARDI, BRCAL, BRCAZ, BRIPI, CDHI | ATM, BRCAL, BRCAZ, CHEKZ, EPCAM, HOXB13, 15,16,22
[ ] Tk plodu [ ] Genotypizace APOE [ ] Prader-williho/Angelman syndrom CHEKZ, EPCAM, MLHI, MSHZ, MSHS, PALEZ, | MLHI, MUH3, MSHZ, MSH3, MSHS, MUTYH,
TiGfi z: | | APOE e2 (Cys112, Cys158), [ ] Achondroplazie PMSZ, PTEN, RADSIC, RADSID, STK11, TP53 PMSZ, TP53

Paraf. blocek z: |

| e3(Cys112 Argl58), ed (Argl12 ArgI58)

Jiné: |

| |:| Mutace 5 a Z v genu

INFORMOVANY SOUHLAS
je zaloZen v dokumentaci pacienta,
zaslanim Zadanky indikujici
|ékar garantuje sepsani
informovaného souhlasu !l
PACIENT
D souhlasi s uskladnénim
[ ] 2404 rikvidaci vzorku
D souhlasi s vyuZitim k lék. vyzkumu
IZOLACE, BANKOVANE
[ ] izolace DNA
[ ] izolace RNA
D lzolace DNA + export
[ ] Bankovani DNA
[ ] Bankovani RMA
D Bankovani ostatni material

pro alfal- antitrypsin (SERPINAL)
B5 (0. 8634 >T), P2 (€. 1096 >4)
Farmakogenetika
[ ]remr

TRMT (. 2386C, . 450G >A, ¢. 194 >5)
[ ] vkori/cypzca
VKOR 1 {c.~1639G>A)

CYPICA (. 430C>T, . 10754 >C)
[ ]opyp

DPYD (&, 1236624, ¢, I679T >,

. 1905+162A, C.2846A>T)

[ ] oPYD (NGS+MLPA)

oPYD
[ ] uar1as
UGTIAZ (.41 ~40ckipTA)

[ ]cyrecia

CYPACIO (C.681G2A, C.636G>A, C.B06C>T)

Jiné poFadavky
D Predispozice celiakie
[HLA DQ2, DOE)

FGFR3 (6. 1138634, ¢ 11386>C)
|:| Kongenit. centralni hypoventilaéni sy
PHOXZE
[ ] cMT typ 1A/ HNPR
PMPZ2
[ ] smith-Lemli-Opitziiv syndrom
DHCR 7 (C. 452624, . 976G>T,
. 964-1G>C)
[ ] Smith-LemIi-Opitziiv syndrom
DHCR7
D Hereditarni nesyndrom. ztrata sluchu
B2
D Spindlni muskularni atrofie
SMVL, SMIVZ

D Hereditarni rendlni nidorové sy (HRC)
VHL, T5CI, TSC2, FH, MET, FLCN, SDHA,
SDHE, SDHC, SOHD, SOHAFZ, PTEN, BAF1,
SMARCEI, SMARCAS

D Familidrni melanom (FAM)
BAPI, BRCAL BRCAZ, CDK4, CORNZA, TERT
D Hereditarni ca endometria (HCE)
BRCAL BRCAZ, EPCAM, MLH T, M5HZ, MSHS,
P52, PTEN
D Familiarni adenomatozni polypoza (FAP)
APC, BMPR 14, MUTYH, NTHL 1, POLD T, POLE,
PTEN, SMAD4, STK11
D Fam. mnohodetné meningeomy (FMME)
MV (GoF), PDGRRE, SMARCEI, SMARCEL,
SUFLL PTENV
D Familidrni cylindromatdza (MFT)
CHD
D Schwannomatdza (SWN)
LZTRI, NF2, SMARCET
[ | Hereditirni GIST syndrom (GIST)
KIT, PDGFRA
[ | Familidrni meduloblastom (FMB)
PTCHI, SURL

D Hereditarni ca pankreatu (PDAC)
ATM, BRCAL, BRCAZ, COKN2A, CHEKZ, MLH1,
MSH2, MSHS, PALBZ, PM52, 5TK11, TP53
D Her. feochromocyt. a paragang.(FEQ/PGL)
CORNIE, MAX, MENI, NF1, RET, SDHA,
SOHAFZ, SDHE, S0HC, SDHD, TMEM127, VHL
D Lynchiv syndrom (HNPCC)
EPCAN, MLHI, MLHT, MSHZ, MSHS, MUTYH,
PMSZ
D Hereditarni ca mofovych cest (HMC)
EPCAM, MLH I, M5HZ, MSHS, PM52, SMARCE ]
D Li-Fraumeni syndrom (LFS)
P33
D Fam. medularni ca stitné Zlazy (FMTC)
COKN B, MEN1, RET
[ | Rasopatie
D Hereditarni nesyndrom. porucha sluchu

D Celoexomové sekvenovani

D Jiné:

Informace k NGS panelim - vysetfované geny:

Hereditarni nadorové syndromy
Hereditarni nesyndrom. porucha sluchu
Geny asociované se skupinou onemocnéni
RASopatie

Ostatni geny obsaZené v panelu

Ucel genetického vySetieni
|:| Konfirmace
[] piagnostika
|:| Prenasedstvi
|:| MNemoc plodu

|:| Predikce

RC probanda (s lomitkem] |

D Vysetieni varianty 1 D Vysetieni varianty 1

Gen 1 |

Transkript 1 |

Varianta 1 |

D Vy3etieni varianty 2 D Vysetieni varianty 2

Gen 2 |

Transkript 2 |

Varianta 2 |




KLINICKA GENETIKA

Informace k NGS paneliim — vyetfované geny:

Hereditarni nadorové syndromy

ABRAXAS1, AlP, AKT1, ALK, APC, APEX1, ATM, ATMIN, ATR, ATRIP, AURKA, AXINI, AXIN2, BABAM1, BABAM2, BAP1, BARD1, BLM,
BMPR1A, BRAP, BRCA1, BRCA2, BRCC3, BRIP1, BUB1B, CASPS, CCND1, CDC73, CDH1, CDK4, CDKN1B, CDKNIC, CDKN2A, CDKN2B, CEBPA,
CLSPN, CSMD3, CSNK1E, CTNNAI, CTRC, CYLD, DCLREIC, DDB2, DHFR, DICER1, DIs3, DI53L2, DMBT1, DNAJC21, DPYD, EGFR, EGR1, ELP1,
EMSY, EPCAM, EPHX1, EPOR, ERCC1, ERCC2, ERCC3, ERCC4, ERCCS, ERCCE, ESR1, ESR2, EXO1, EXT1, EZH2, FAAP24, FAN1, FANCA, FANCS,
FANCC, FANCD2, FANCE, FANCE, FANCG, FANCI, FANCL, EANCM, FBXW?7, FH, FLCN, GADD45A, GADD45G, GALNT12, GATAZ2, GPC3, GRB?7,
GREM1, HELQ, HNF1A, HOXB13, HRAS, HUS1, HUS1B, CHEK1, CHEK2, KATS, KCNJ5, KIF1B, KIT, LIG1, LIG3, LIG4, LMO1, LMO3, LRIG1,
MAD2L2, MAX, MBD4, MCPH1, MDC1, MDM2, MDM4, MEN1, MET, MGMT, MITE, MLH1, MLH3, MMPS, MN1, MPL, MRE11, MRNIP,
MSH2, MSH3, MSHS5, MSHG, M5TIR, MTCP1, MUTYH, NAT1, NBN, NCAM1, NF1, NF2, NHEJ1, NSD1, NTHLI, OGG1, PALB2, PARP1, PARF2,
PAXIP1, PCNA, PDGFRA, PDGFRB, PHE, PHB2, PIK3CA, PIK3CG, PLA2G2A, PMS1, PMS2, POLE, POLD1, POLE, POLH, POT1, PPM1D, PREX1,
PREXZ, PRF1, PRKAR1A, PRKDC, PRSS1, PTEN, PTCH1, PTCH2, PTTG1, RABL3, RAD1, RAD17, RAD1S, RAD23A, RAD23B, RADS0, RADS,
RAD51AP1, RAD518B, RADS1C, RAD51D, RAD52, RADS4B, RADS4L, RADIA, RB1, RBBPS, RBL1, RECQL, RECQL4, RECQLS, RET, REV3L, RFCI,
RFC2, REC4, RFWD3, RHBDF1, RHBDF2, RNF168, RNF169, RNF43, RNFS, ROS1, RPA1, RPS20, RUNX1, SBDS, SCARAS, SDHA, SDHAF2,
SDHB, SDHC, SDHD, SETX, SHPRH, SLX4, SMAD4, SMARCA4, SMARCB1, SMARCEL, SPINK1, SPRED1, SPRED2, 55C5D, 5Tk11, SUFU, TCL1A,
TELOZ, TERFZ, TERT, TLR2, TMEM127, TOPBP1, TOX2, TP53, TP53BP1, TP73, TRRAP. T5C1, T5C2, UBE2A, UBE2|, UBE2T, UBE2V2, UBE4B,
UIMC1, VHL, VHLL, WRN, WT1, XAF1, XPA, XPC, XRCC1, XRCC2, XRCC3, XRCC5, XRCCS, ZNE350

Hereditarni nesyndromova
porucha sluchu

ACTGEI, ADCY1, AIFM1, ATP2B2, EDP1, BSND, CAEPZ, CCDC50, CD164, COC14A, CDHZ23, CEACAM1G, CiB2, CLDN14, CLONS, CLICS, CLRNZ,
COCH, COL1IAT, COL11AZ2, COL4AG, CRYM, DCDC2, DIAPH1, DMXL2, ELMOD3, EPSS, EPSEL2, ESPN, ESRP1, ESRRE, EYA4, GAB1, GASZ,
GIPC3, GJBZ, GIB3, GIBBE, GPSM2, GRAP, GRHL2, GRXCR1, GRXCR2, GSDME/DFNAS, HGF, HOMER2, IFNLR1, ILDR1, KARS, KCNQ4, KITLG,
LHFPLS, LMX1A, LOXHD1, LRTOMT/COMTZ2, MAP1B, MARVELD2, MCM2, MET, MIR96 (MIRNS6), MPZL2, MSRB3, MYH14, MYH3,
MYO154, MYO3A, MYO6, MYDZA, NARSZ, NLRP3, O5BPL2, OTOA, OTOF, OTOG, OTOGL, P2RXZ, PCDH15, PDEIC, PDZD7, PIVK, PL51,
PNPT1, POU3F4, POUA4F3, PPIPSK2, PRPS1, PTPRQ, RDX, REST, RIPOR2 (FAMG5B), ROR1, S1PR2, SCD5, SERPINBE6, 5IX1, SLC12A2, SLCIT7AS,
SLC22A4, SLC26A4, SLC26AS5, DIABLO (SMAC), SMPX, SPNS2, STRC, SYNE4, TBC1D24, TECTA, TIP2, TMC1, TMEM132E, TMIE, TMPRSS3,
TNC, TPRN, TRIOBP, TRRAP, TSPEAR, USHI1C, WBP2, WF51, WHRN

Geny asociovane se skupinou
onemocnéni RASopatie

AZMLI, ARAF, BRAF, CBlL, FGD1, HRAS, KRAS, LFTR1, MAP2K1, MAP2K2, NF1, NF2, NRAS, PPPICB, PTPN11, RAFI, RASAI, RASAZ, RITI,
RRAS, RRAS2, SHOC2, 5051, 5052, SPRED1, SPREDZ2 (+ geny v ramci diferencidglni diagnostiky: MLH1, MS5HE, PM52)

Ostatni geny obsaiené v panelu

F2, F5, F8, F9, VWF
ACD, CFTR, DHCR7, KIF1B, MAP3K1, MCMS&, PHOX28B, SERPINA1, SHOX, SHOX2, RUNX2, PMP22, SRY
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INFORMOVANY SOUHLAS

je zaloZen v dokumentaci pacienta,

zaslanim Zadanky indikujici
lékaF garantuje sepsani
informovaného souhlasu M
PACIENT
D souhlasi s uskladnénim
[ ] 2404 rikvidaci vzorku
D souhlasi s vyuZitim k lék. vyzkumu
MATERIAL
Zadanku lze vystavit pouze
pro jeden material

D Nesrazliva krev

BANKOVANI, IZ0LACE
D nesrazliva krev - Bankovani DNA/RNA
[ ] kostni dfefi - Bankovani DNA/RNA
D Bankovani ostatni material
[ ] zotace DNA/RNA
D Vyzkum - Bankovani DNA/RNA nest. krev
[ ] vyzkum - Bankovéni DMA/RNA kost. dfeii
VYSETRENE CHIMERTSMU

[ ] Piedtransplantaéni vy%. PRUEMCE PKB

[ ] Piedtransplantaéni vy%. DARCE PKB
(zadlete transplantaéni kartu)

D Vys. potranplantacniho chimerismu

D Vys. potranplantac. T-b. chimerismu

D Kostni dien nelze indikovat s jingm vyietfenim !
[ ] Nenet Jmi

D Bufiky D Owvéfeni NGS varianty

Tkan z: | gen: |

Paraf. blofek z: |

Jiné: |

Fuzni gen
RUMNX1:RUNX1TT (AML1-ETO)
BCR::ABL1

CALMA:MLLT10 [CALM-AF10)
CBFB:MYH11 ftyp A-F, H)
DEK:MUP214 (DEK-CAN]
KMT224: AFDM [MLL-AFE)
KMT24:MLLT3 (MLL-AF9)
KMT2A:ELL (MLL-ELL)
KMT2A-FTD (MLL-PTD)
NPT MLFT

PML::RARa

AMLplex - ﬁizm'.tran-skriptv a aberace
Aberace
t(8;21) (922; q22)
t(%:22) (g34q11)
t10:11) (p13:q14)
inv(16} [p13:022)
ti6;5) (p23;q34)
t(6;11) (g27:q23)
t(%;11) (p22;923)
t(11;19) [g23;p13.1)
PTD
t(3;5) (g25.1;934)
t(15;17) (922;q21)

PROGHOSTICKE MARKERY
NEURCENY ZACHYT
D Meurieny zachyt - analyza DNA
D Neurfeny zachyl analyza RMA
PROGNOSTICKE MARKERY U CHRON.
MYELOIDNT LEUKEMIE (CML)
|:| BCR:ABL1 (major, minor, mikro) prukaz
[ ] BCR:=ABL1 major kvantifikace
[ ] BCR:ABL1 minor kvantifikace
D BCR::ABL1 mikro kvantifikace
[ ] aBL1 KD mutace
PROGNOSTICKE UKAZATELE U CHROI.
LYMFOCYTARNIE LEUKEMIE {CLL)
A MALIGNICH LYMFOMO
[ ] TP53 mutace (SANGER)
D IGH piestavby prikaz

| D IGH mutagni stav

[ ]1GK+IGL prestavby
[ ] 1GH kvantifikace MRN (NGS)
[ ] NGS pane

Varianta

ela3, ela2, b3a2, b3a3, b2a?, b2a3
AF10_240-CALM_1987, AF10_240-CALM_2092
Typ A-

B4, 6B, TA, BA
e10e2, e10e3
29e3,e10e3,211e3

\berl, ber2, ber3

PROGNOSTICKE MARKERY U AKUTNI
MYELOIDNT LEUKEMIE (AML) + MDS
Mowy zachyt
[ ] AMLPIex
[ ] rrsmo
[ ] FuLT3 TKD D835
[ ] npm1
[ ]ioH1s2
[ ] evi1 (mecom
[ ]wr
[ ] PML-RARa ber1,2.3
[ ] kD816
[ ] NGS panel
Wyg, MRN s kvantifikaci transkriptu
[ ] PrL-RARa bert, 2, 3
[ ] nPM1 typ AB.D
[ ] KMT2A-PTD (MLL-PTD) exony 9, 10
[ ] RUNX1:RUNX1T1 (AML1-ETO)
[ ] cBFbeta-MYH11
[ ] evi1 (mecom

PROGNOSTICKE MARKERY U AKUTNE
LYMFOBLASTICKE LEUKEMIE (ALL)
MNowvy zachyt
[] AmMLPlex
[ ] ETve:RUNX1 (TEL-AML1)
[ ] TCF3:PBX1 (E2A-PBX1)
[ ] kmMT2A prestavby
|:| BCR::ABL1 (major, minor, mikro)
[ ] aBL1 KD mutace
D IGH piestavby prikaz
[ ] 16H mutaéni stav
[ ]1GK+IGL pestavby
[ ] TcR pestavby
[ ] NGS panet
Wyi. MRN s kvantifikacl transkriptu
[ ] KMT2A:AFF1 (MLL-AF4)
[ ] KMT2A:MLLT3 (MLL-AF9)
[ ] ETve:RUNX1 (TEL-AML1)
[ ] TcrzpBX1 (E2A-PEX1)
[ ] BcR:ABLT major

[ ]wr [ ] BCR=ABL1 minor
[ | mrn [ ] 1GH kvantifikace (NGS)
gen 1-2: | | D.MRN
gen 3-4: | | gen 1-2: |
gen 5-6: | | gen 3-4: |
gen 5-6: |

NGS panel (leukemie, MDS, MPN) - vyietiované geny
DMA panel:

Kompletni seznam vysetifovanych oblasti vybranych exonid a vybranych

prilehljch exon-intronovych hranic jsou k dispozici na vyZadani v laboratofi.

Fh I.IEGA'I'_WNi MYELOPROLIFERACE

[ ] 1aK2 V617F priilaz

l:‘ JAKZ2 Ve17F kvantifikace

D JAKZ exon 12 mutace

D CALR exon 9 mutace

[ ] MPL mutace

[ ] myD88 L265P prikaz

D FIP1L1:PDGFRA eosinofilie prikaz
nelze indikovat s jinym vyietfenim !1!

[ ] NGS panel
MYELODYSPLASTICKY
SYNDROM (MDS)
[ ] NGS panel
[ | mrn
gen 1-2: |
gen 3-4: |
gen 5-6: |




