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Fakultni nemocnice Olomouc
Ustav lékaiské genetiky

Priloha ¢. 3 LM

Seznam vySetieni s rozsahem akreditace
Laborator uplatriuje flexibilni pristup k rozsahu akreditace upfesnény v dodatku.

Por. Analyt / Princip vysetieni Identifikace postupu/ VysSetfovany Stupné
Cislo | parametr/diagnosti pristrojové vybaveni material volnosti?
ka
816 - Laborator Iékarské genetiky
Vysetfeni Cytogenetické SOP-01-01, 2.vyd., v1 Choriova tkan | A,B
karyotypu vysSetieni Plodova voda
z choriovych klkud
(CVS) barvicimi
. technikami SOP-01-02, 2.vyd., v1
. Cytogenetické :
vySetfeni Mikroskop Olympus
amniocytd
z plodové vody
barvicimi
technikami
VySetieni Detekce SOP-01-05, 2.vyd., v1 Periferni krev, | A,B
chromozomovych | cytogenetickych . bukalni stér,
2 aberaci zmeén metodou Mikroskop Olympus choriové klky,
' fluorescenéni in situ plodova voda,
hybridizace (FISH) biopticka tkan,
spermie
Vysetfeni Cytogenetické SOP-02-01, 2.vyd., vl Periferni krev AB
karyotypu vySetfeni lymfocytu :
3. periferni krve Mikroskop Olympus
barvicimi
technikami
VysSetfeni variant | Analyza DNA SOP-03-31, 1.vyd., v2 Periferni krev, | A,B,C
genomu metodou PCR s . bukalni stér,
A elektroforetickou | CYCler 1000 Bio-Rad 1 i kiky,
' detekci produktu plodova voda,
biopticka tkan,
DNA
VysSetfeni variant | Detekce SOP-03-32, 3.vyd., v2 Periferni krev, | A,B,C
genomu sekvencnich variant PP-03-32-01, 2.vyd. bukglnl ’ster,
v genech choriové klky,
sekvenovanim dle Fm-L009-026-GEN-056 | plodova voda,
Sangera PRIMERY BANKA v11 | biopticka tkan,
5. Cycler C1000 Bio-Rad | D/
SeqStudio GENETIC
ANALYZER
ABI Prism 3130
GENETIC ANALYZER
VysSetfeni variant | Mutaéni analyza SOP-03-33, 3.vyd.; v1 Periferni krev, | A,B,C
genomu genu metodou NGS _ bukalni stér,
na principu analyzy | PP-03-33-01, Lvyd.; choriové klky,
6. fluorescence PP-03-33-02, 2.vyd.; p!odo_va'vod’ei,
biopticka tkan,
Miseq Systém MO 1683 | DNA
NextSeq2000
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04

Fakultni nemocnice Olomouc

Ustav lékarské genetiky Pfiloha é. 3 LM
Por. Analyt / Princip vysetieni Identifikace postupu/ VysSetfovany Stupné
Cislo | parametr/diagnosti pristrojové vybaveni material volnosti?
ka
VySetfeni variant | Stanoveni SOP-03-34, 3.vyd.; v1 Periferni krev, | A,B,C
genomu genomickych zmén . bukalni stér,
metodou MLPA, PP-03-34-01, 2.vyd.; V1 | choriove klky,
digitalni MLPA, MS PP-03-34-02 l.vyd.' plodova voda,
MLPA ’ ’ biopticka tkan,
PP-03-34-03, 2.vyd.; DNA
Fm-L009-026-GEN-
046 Seznam SALSA
MLPA
7 probemixt_vl
Cycler C1000 Bio-Rad
SeqStudio GENETIC
ANALYZER;
AB 3130 GENETIC
ANALYZER;
Miseq Systém MO 1683
NextSeq2000
VysSetfeni variant | Analyza SOP-03-35, 3.vyd. Periferni krev, | A,B,C
genomu fluorescenéné bukalni stér,
znacenych DNA gg 30532521\/ i-"yd' PP- | choriové kiky,
fragment( metodou ~o0-0s, 1.Vya. plodova voda,
kapilarni PP-03-35-03, 1.vyd., v2 | biopticka tkar,
elektroforézy PP-03-35-04, 1.vyd. DNA
8 PP-03-35-05, 2.vyd.
PP-03-35-06, 1.vyd.
Cycler C1000 Bio-Rad
SeqStudio GENETIC
ANALYZER
ABI Prism 3130
GENETIC ANALYZER
VysSetfeni variant | Cilené amplikonové | SOP-03-36, 1.vyd., v1 Periferni krev, | A,B,C
genomu sekvevr-u?vam SEKVENATOR-ION-S5 bukglnl §ter,
S vyuzitim choriové klky,
celoexomového Fm-L009-026-GEN-071 | plodova voda,
9. virtualniho SEZNAM GENU | biopticka tkan,
genového panelu NGS vl DNA

metodou NGS na
principu detekce
zmény pH
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Fakultni nemocnice Olomouc

Ustav lékarské genetiky Pfiloha é. 3 LM
Por. Analyt / Princip vysetieni Identifikace postupu/ VysSetfovany Stupné
Cislo | parametr/diagnosti pristrojové vybaveni material volnosti?
ka
Vysetfeni Stanoveni SOP-01-06, 2.vyd. Periferni krev, | A,B
chromozomovych | genomickych zmén Hvbridizaéni Agilent bukalni stér,
aberaci metodou aCGH a ybridizacni pec Agllent 1 o oriove klky,
SNP aCGH Agilent Microarray | plodova voda,
Scanner biopticka tkan,
DNA
aCGH: Human Genom
CGH SurePrint G3
10. Unrestricted ISCA v2
(Agilent), 8x60K
(A _031746);
SNP aCGH: Human
Genom CGH SurePrint
G3 ISCA CGH+SNP
(Agilent), 4x180K
(A _029830)
Pozn. Laboratorni manual a prehled vSech provadénych laboratornich vySetfeni v Katalogu laboratornich

vySetieni jsou dostupné na internetovych strankach www.fnol.cz, které jsou pravidelné aktualizovany.

Upfresnéni rozsahu akreditace:

Odbornost
| pof. Eislo

Detailni informace k ¢innostem v rozsahu akreditace

Delece AZF oblasti na chromozomu Y (sterilita u muz() a determinace pohlavi (SRY, ZFX,
ZFY)

Hluchota (nesyndromaini) — GJB2; sekvenace kddujicich oblasti genu SHOX; ACAN,
ACY1, AIRE, ANKRD11, APC, APOE, ATM, ATP7B, ATR, AVP, BARD1, BCKDHB, BLM,
BMPR1A, BRCA1, BRCA2, BRIP1, BTD, CDH1, COL2A1, CYP2C9, DNM2, DPYD,
ERCC2, ERCC3, FANCC, FANCG, FANCI, FANCM, FGD1, FGFR3, FH, GDNF, HOXB13,
HRAS, CHEK2, JAK2, LHX3, MEN1, MLH1, MLH3, MSH2, MSH6, MUTYH, MYBPC3,
NBN, NF1, NPHP1, NPR2, OBSL1, OTX2, PALB2, PEX12, PHEX, PKD1, PMS2, PRF1,
PROC, PROS1, PTEN, PTPN11, RAD50, RAD51C, RAD51D, RB1, RBM20, RET, RUNX1,
SERPINC1, SLC7A9, SLX4, SPTB, STAT5b, STK11, SUFU, TP53, TSC1, TSC2, TSPY,
VHL, WT1, XRCC5, AOC1, ETFA, GHR, GNAS, IGFALS, MECP2, SBDS, SLC20, TG,
GPDL1L, LZTR1, APOB, GP1BA, ASL, LHCGR, TTR, VWF, ETFDH, HNF1B, FLNA,
COL3A1, PROP1, PTCH1, SETX, RECQL, HNF1, IGF1R, KMT2D, MCPH1, HFE, LMBR1,
MLYCD, SNTA1, XRCC2, MYH7, PIGO, GIGYF, PRKN, FBXO7, LDLR, MYH9, NPC1,
SLFN14, TPP1, CYP21A2, ELAVE, DHCR7, GTPBP3, PLA2G6, CEL, CAPN3, GJB1,
PKLR, TP63, SETD5, ALMS1, TMEM67, ~

CYP24A1, KISS1R, SPTB, SLC26A4, PKHD1, KBTBD13, RAD54L, FAS — 20.9.2023
TREX1, SRP72, SCO2, NT5C3A, STIL, COL4A5 —8.1.2024

ANK, MSH3, MVK, KATNNIP, CFTR —12.2.2024

Hereditarni nadorové syndromy — panel CZECANCA (ATM, APC, BARD1, BRCA1, BRCAZ2,
BRIP1, CDH1, CHEK2, EPCAM, MLH1, MSH2, MSH6, MUTYH, NBN, PALB2, PMS2,
PTEN, RAD50, RAD51C, RAD51D, STK11, TP53);

Idiopaticky maly vzrist (SHOX, NPR2, ACAN, IGF1, IGFALS, IGF1R, FGFR3, COL2A1,
GHR, STAT5b)

MLPA: Spinalni svalova atrofie (SMN1); BRCA1l, BRCA2; detekce chromozomalnich

816/4

816/5

816/6

816/7
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aberaci (mikrodelece/mikroduplikace); SHOX; APC, BRCAl, BRCA2, CDH1, CHEKZ2,
MEN1, NF1, STK11, TP53, MLH1, MSH2, MSH6, PMS2, PROC, PROS1, SERPINC1;
Cystinuria (SLC3A1, PREPL, SLC7A9); Parkinsonova choroba (PARK7, ATP13A2, PINK1,
SNCA, PARK2, LRRK2); PTCH1, RET, RB1; PTEN, MUTYH, EPCAM; Tuberdzni skler6za
(TSC1, TSC2); LDLR — 8.1.2024

Digitalni MLPA: APC, ATM, BAP1, BARD1, MUTYH, EPCAN, MSH2, MSH6, MLH1, MITF,
PMS2, NBN, CDKN2A, BMPR1A, PTEN, CDK4, POLE, BRCA2, SCG5, GREM1, PALB2,
CDH1, TP53, RAD51D, BRCA1, RADS51C, BRIP1, SMAD4, STK11, CHEK2

MS MLPA: PWS/AS, BWS/SRS, UPD7/UPD14

816/8 Aneuploidie chromozom( 13,18,21, X a Y; Cysticka fiboréza (CFTR); Sy. fragilniho X
(FRAXA) - stanoveni rozsahu mutace (komplexni diagnostika); Huntingtonova chorea
(HTT); GilbertGv syndrom (UGT1A1); DPYD

816/9 Idiopaticky maly vzrast (SHOX, NPR2, ACAN, IGF1, IGF1R, FGFR3, COL2A1, GHR,

STATS5b, IGFALS); Hypopituitarismus (BTK, GH1, POUlF1l, PROP1, GHRHR, LHX3,
LHX4, HESX1, OTX2, TBX19, SOX2, SOX3, GHSR); Rasopatie (PTPN11, SOS1, RAF1,
BRAF, HRAS, KRAS, NRAS, RIT1, MAP2K1, MAP2K2, CBL, LZTR1, RASA2, RRAS,
S0S2, SHOC2, SPRED1, MRAS, SPRED2); Deficit biotinidazy (BTD); Familiarni
hypercholesterolemie (LDLR, APOB, PCSK9, STAP1, APOE, LDLRAP1, LIPA, ABCGS5,
ABCGS8, SORT1, HMGCR); Leucinéza (DBT, PPM1K, BCKDHB, DLD, BCKDHA); Obezita
monogenni (MC4R, MC3R, POMC, LEP, BDNF); Wilsonav sy. (ATP7B); Tuberézni
skler6za (TSC1, TSC2); Parkinsonova choroba (SNCA, PRKN, SPR, UCHL1, PINK1,
PARK7, LRRK2, ATP13A2, USP24, GIGYF2, HTRA2, PLA2G6, FBXO7, PM20D1, VPS35,
EIF4G1, DNAJC6, SYNJ1, TMEM230, CHCHD2, VPS13C, RIC3, GBA, DNAJC13,
PTRHD1, PODXL, RAB39B, ATP6AP2, RAB7L1, GAK, MAPT, PGRN, C90RF72,
TARDBP, FUS, VCP, DCTN1, CHMP2B, EIF2AK3, STX6, MOBP, TRIM11, COQ2, SHC2,
SQSTM1, TBK1, TIAl, CYP2D6, SNCB, SLC18A2, TAF1, EGR4, RNF11, APOE4, PSEN1,
PSEN2, APP, ABCA7, ADAM10, A2M, LRP1, TF, HFE, NOS3, VEGF, ABCA2, TNF, PLAU,
MPO, TREMZ2, PRNP); dalSi geny dle indikace lékafe - ABCC8, APC2, APPL1, ATM, AVP,
BLK, CCDC8, CDC73, CDKN1, CDKN1B, CEL, CTNNA2, CUL7, DHCR7, DUOX2, DZIP1L,
EDN3, EDNRB, ETFA, ETFB, ETFDH, GCK, GCM2, GDNF, GNAS, HFE, HNF1A, HNF1B,
HNF4A, INS, KCNJ11, KIF2A, KIF5C, KLF11, MAN2B1, MECP2, MEFV, MEN1, MVK,
NEUROD1, NKX2-1, NLRP3, NOTCH3, OBSL1, PAX4, PAX8, PDGFB, PDGFRB, PDX1,
PHOX2B, PIK3CD, PIK3R1, PKHD1, RET, SERPINC1, SLC20A2, SLC26A4, SLC40A1,
SLC5A5, SRCAP, STRC, TG, TNFRSF1A, TPO, TRIM37, TSHB, TSHR, TUBAS8, TUBB,
TUBB2B, TUBB3, TUBG1, XPR1, PROS1, CP, ACADS, ACVR1, MMACHC, MMADHC,
ABCD4, LMBRD1, THAP11, ZNF143, HPRT1, REN, UMOD, VWF, GP1BA, LHCGR, LHB,
PROC, PROCR, RNPC3, ASL, CDKN1A, ACADM, SLITRK1, ANTXR1, FLT4, GNAQ, KDR,
PIK3CA, RASA1l, MKRN3, DLK1, DUOXA2, IYD, NKX2-5, THRA, TRHR, BMP2, HAMP,
FTH1, TFR2, HJV, BMP6, HTRA1, MICU1, CYP24A1, SLC34A1, CASR, GNA11l, AP2S1,
PTH1R, ALPL, CDKN1C, KISS1R, KISS1, CYP19A1, ANOS1, CHD7, FGF8, FGFR1,
PROK2, PROKR2, CCDC141, DUSP6, FEZ1, GPR17, FLRT3, FSHB, GNRH1, GNRHR,
HS6ST1, IL17RD, NSMF, SPRY4, TAC3, TACR3, WDR11, SEMA3A, SOX10, AICDA,
ACTB, ANOG6, CDC42, CD19, CD40, CD40LG, CD81, CR2, CYCS, DTNBP1, EPHB2,
ETV6, GFI1B, GALE, GATAL, GATA2, GNE, GP9, HOXAL11, ITGB3, ICOS, IKZF1, IL21,
ITGA2, ITGA2B, LYST, LRBA, MECOM, MPL, MS4A1, MYO5A, NBEA, NBEAL2, NFKB1,
NFKB2, MYH9, PLA2G4A, PLAU, P2RY12, RAB27A, PRKCD, PTGS1, PTPRJ, RUNX1,
SH2D1A, SRC, VPS33B, WAS, VIPAS39, STIM1, STXBP2, TBXA2R, TBXAS1, BLOC1S6,
DIAPH1, THPO, HPS1, RBM8A, ANKRD26, TNFRSF13B, TNFRSF13C, ACTN1, AP3B1,
ARPC1B, GP6, HPS3, HPS4, HPS5, HPS6, RASGRP2, SLC35A1, TRPM7, TUBBLI,
AP3D1, NFE2, TPM4, TBX1, SLFN14, PRKACG, ORAI1, MLPH, KDSR, IKZF5, GP1BB,
GNAZ, GNAI1, FYB, FLI1, FERMT3, C6orf25, BLOC1S5, BLOC1S3, HNMT, LEP, LEPROT

GATM, GAMT, SLC6A8, SERPING1, F12, PLG, ANGPT1, KNG1, MYOF, HS3ST6 —
12.2.2024

1 Zavedené stupné volnosti podle MPA 00-09-..:

A — Flexibilita tykajici se dokumentovaného postupu vySetfeni / odbéru

B — Flexibilita tykajici se techniky

C — Flexibilita tykajici se analytd/parametrt
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PCR Polymerazova fetézova reakce
MLPA Multiplexni ligace zavisla amplifikace sondy
NGS Paralelné masivni sekvenovani

Dne: 12.2.2024

Zpracoval: ......oiiiii Schvalil: ...

Ing. Jana Duchoslavova, Ph.D. doc. RNDr. Radek Vrtél, Ph.D.
manazer kvality pfednosta
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