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

p.C. Identifikace Nazev Predmét vySetieni

Cytogenetické vySetieni z choriovych

L SOP-01-01 1\ (CVS) barvicimi technikami Choriova tkan
2. SOP-01-02 Cytogen(,etické vyéetlfe,nl'_amniog:ytt‘] _ Plodova voda
Z plodové vody barvicimi technikami
Detekce cytogenetickych zmén Periferni krev, bukalni stér,
3. SOP-01-05 metodou fluorescenéni in situ choriové klky, plodova voda,
hybridizace (FISH) biopticka tkan, spermie
4. SOP-02-01 Cytpger]etické vyé'et’F ef“' Iymfgcytq Periferni krev
periferni krve barvicimi technikami
Analyza DNA metodou PCR s Periferni krev, bukalni stér,
5. SOP-03-31 elektroforetickou detekci produktu 2 choriové klky, plodova voda,

biopticka tkan, DNA

Detekce sekvencnich variant v genech | Periferni krev, bukalni stér,
6. SOP-03-32 sekvenovanim dle Sangera® choriové klky, plodova voda,
biopticka tkan, DNA

Mutaéni analyza genl metodou NGS Periferni krev, bukalni stér,
7. SOP-03-33 na principu analyzy fluorescence © choriové klky, plodova voda,
biopticka tkan, DNA

Stanoveni genomickych zmén metodou | Periferni krev, bukalni stér,
8. SOP-03-34 MLPA9, digitalni MLPA ®, MS MLPA ? | choriové kiky, plodova voda,
biopticka tkarn, DNA

Analyza fluorescencné znacenych DNA | Periferni krev, bukalni stér,
9. SOP-03-35 fragment( metodou kapilarni choriové klky, plodova voda,
elektroforézy 9 biopticka tkarn, DNA

Cilené amplikonové sekvenovani

s vyuZitim celoexomového virtualniho s .
\ choriové klky, plodova voda,

genoveho panelu metodou NGS na biooticka tkar. DNA

principu detekce zmény pHM P ’

Periferni krev, bukalni stér,
10. SOP-03-36

Stanoveni genomickych zmén metodou | Periferni krev, bukalni stér,
11. SOP-01-06 aCGH a SNP aCGH choriové klky, plodova voda,
biopticka tkan, DNA

Pozn. Laboratorni manual a prehled vSech provadénych laboratornich vySetfeni v Katalogu laboratornich
vySetfeni jsou dostupné na internetovych strankach www.fnol.cz, které jsou pravidelné aktualizovany.

VysSetfované geny/oblasti:
3 Delece AZF oblasti na chromozomu Y (sterilita u muil) a determinace pohlavi (SRY, ZFX, ZFY)

® Hluchota (nesyndromalni) — GJB2; sekvenace kodujicich 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, MLHS3,
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, GPDI1L, LZTR1, APOB, GP1BA,
ASL, LHCGR, TTR, VWF, ETFDH, HNF1B, FLNA, COL3A1, PROP1, PTCH1

© Hereditarni nadorové syndromy — panel CZECANCA (ATM, APC, BARD1, BRCA1, BRCA2, BRIP1,
CDH1, CHEK2, EPCAM, MLH1, MSH2, MSH6, MUTYH, NBN, PALB2, PMS2, PTEN, RAD50, RAD51C,
RAD51D, STK11, TP53); Idiopaticky maly vzrast (SHOX, NPR2, ACAN, IGF1, IGFALS, IGF1R, FGFRS,
COL2Al, GHR, STAT5b), Parkinsonova choroba (SNCA, PRKN, SPR, UCHL1, PINK1, PARK2, PARKY,
LRRK2, ATP13A2, USP24, GIGYF2, HTRA2, PLA2G6, FBXO7, PM20D1, VPS35, EIF4G1, DNAJCS6,
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SYNJ1, TMEM230, CHCHDZ2, VPS13C, RIC3, GBA, DNAJC13, PTRHD1, PODXL, RAB39B, ATP6AP2,
RAB7L1, GAK, MAPT, PGRN, C90ORF72, TARDBP, FUS, VCP, DCTN1, CHMP2B, EIF2AK3, STXG,
MOBP, TRIM11, COQ2, SHC2, SQSTM1, TBK1, TIALl, CYP2D6, SNCB, SLC18A2, TAF1, EGR4, RNF11,
APOE4, PSEN1, PSEN2, APP, ABCA7, ADAM10, A2M, LRP1, TF, HFE, NOS3, VEGF, ABCA2, TNF,
PLAU, MPO, TREM2, PRNP)

9  Spinalni svalova atrofie (SMN1); BRCA1, BRCA2; detekce chromozomalnich aberaci
(mikrodelece/mikroduplikace); SHOX; APC, BRCA1, BRCA2, CDH1, CHEK2, MEN1, NF1, STK11, TP53,
MLH1, MSH2, MSH6, PMS2, PROC, PROS1, SERPINC1; Cystinuria (SLC3A1l, PREPL, SLC7A9);
Parkinsonova choroba (PARK7, ATP13A2, PINK1, SNCA, PARK2, LRRK2); PTCH1, RET, RB1; PTEN,
MUTYH, EPCAM; Tuber6zni skleroza (TSC1, TSC2)

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

) PWS/AS, BWS/SRS, UPD7/UPD14

9 Aneuploidie chromozomti 13,1821, X a Y; Cysticka fibroza (CFTR); Sy. fragilniho X (FRAXA) -
stanoveni rozsahu mutace (komplexni diagnostika); Huntingtonova chorea (HTT); Gilbertiv syndrom
(UGT1A1); DPYD

" Idiopaticky maly vzriist (SHOX, NPR2, ACAN, IGF1, IGF1R, FGFR3, COL2A1, GHR, STAT5b, IGFALS);
Hypopituitarismus (BTK, GH1, POU1F1, 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, SO0S2, SHOC2, SPRED1); Deficit biotiniddzy (BTD); Familiarni
hypercholesterolemie (LDLR, APOB, PCSK9, STAP1, APOE, LDLRAP1, LIPA, ABCG5, ABCG8, SORTL,
HMGCR); Leucinoza (DBT, PPM1K, BCKDHB, DLD, BCKDHA); Obezita monogenni (MC4R, MC3R,
POMC, LEP, BDNF); Wilsonav sy. (ATP7B); Tuberdzni skleréza (TSC1, TSC2); dalsi geny dle indikace
1ékafe - 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, TUBAS, 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, RASA1, MKRN3, DLK1, DUOXA2, 1YD, NKX2-5, THRA, TRHR, BMP2,
HAMP, FTH1, TFR2, HJV, BMP6, HTRA1

PCR Polymerazova fetézova reakce
MLPA Multiplexni ligace zavisla amplifikace sondy
NGS Paralelné masivni sekvenovani

Dodatek: Flexibilni rozsah akreditace

Pofadova €isla postuptl vysetreni

5,6,7,8,9,10

Dne: 12. 09. 2022

ZPracoval: .....ooviiiiiii Schvalil: ..o
Ing. Jana Duchoslavova, Ph.D. doc. RNDr. Radek Vrtél, Ph.D.
manazer kvality pfednosta
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