Seznam ¢innosti v ramci flexibilniho rozsahu akreditace

Nazev subjektu:

Nazev objektu:

Cislo akreditovaného objektu:
Osvédceni o akreditaci C.:
Oblast akreditace:

Aktualizovano dne:

Fakultni Thomayerova nemocnice

Odd¢leni Iékariské genetiky - laboratof

8238
706/2025

Zdravotnicka laboratof - CSN EN ISO 15189 ed. 3:2023

4.9.2026

VySetieni:

Por. Analyt / Princip vySetieni Identifikace postupu/ VySetiovany material Stupné
cislo parametr/diagnostika pristrojové vybaveni volnosti!
816 - Laboratoi lékaiské genetiky
1. Vysetieni konstitu¢niho | Konvenc¢ni SOP-370-01, verze 17; Periferni krev, A, B

karyotypu cytogenetlcka PL-370-06/1, verze 4: plodgvarvoda,
analyza choriové klky,
PL-370-06/2, verze 4 produkty koncepce
2. Vysetieni ziskanych Mikroskopie SOP-370-02, verze 16; Periferni krev A, B
chromozomovych PL-370-06/3, verze 3
aberaci
3. VySetieni aCGH SOP-370-06, verze 8; Periferni krev, A, B
nebalancovanjch SOP-06_pfiloha 1, verze 2; | Kultivovand/nativni
chromozomovych plodova voda,
aberaci PL-370-03/2, verze 4; kultivované/nativni
PL-370-03/46, verze 3; choriove klky,
kultivované/nativni
Agilent SureScan Dx produkty koncepce,
Microarray Scanner bukalni stér, DNA
Cipy: SurePrint G3 CGH
v2, 8x60K a SurePrint G3
Custom CGH Microarray
8x60K design 087410
4, Vysetieni variant PCR SOP-370-12, verze 20; Periferni krev, A, B, C,
germinalniho genomu ] fragmentacm SOP-370-13, verze 15: kultlonana/natlvnl D
analyzou plodova voda,
PL-370-03/01, verze 5; kultivované/nativni
PL-370-03/10, verze 4; | choriovéklky,
kultivované/nativni
PL-370-03/16, verze 5 produkty koncepce,

bukalni stér, DNA
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Por. Analyt / Princip vySetieni Identifikace postupu/ VySetiovany material Stupné
¢islo parametr/diagnostika pristrojové vybaveni volnosti!
5. VySetfeni variant NGS-MPS SOP-370-14, verze 9; Periferni krev, A, B, C,
germinalniho genomu SOP-14_piiloha 1, verze 7; kultlvoyana/natwm D
plodova voda,
PL-370-03/41, verze 4; kultivované/nativni
PL-370-03/42, verze 5; choriové klky,
kultivované/nativni
PL-370-03/43, verze 4; produkty koncepce,
PL-370-03/44, verze 4; DNA
PL-370-03/45, verze 4;
PL-370-03/48, verze 3;
PL-370-03/17, verze 4;
PL-370-03/15, verze 2;
PL-370-03/19, verze 1;
PL-370-03/20, verze 2;
PL-370-03/50, verze 1.1;
PL-370-03/51, verze 1
NextSeq550Dx/500,
platforma Illumina;
DNBSEQ G99, platforma
G99;
Genovesa verzel,
BIOXSYS
6. Vysetieni variant Real-Time PCR | SOP-370-10, verze 9; Periferni krev, A, B, C,
germinalniho genomu bukalni stér, DNA | D

SOP-10 ptiloha 1, verze §;
PL-370-03/03, verze 5;
PL-370-03/05, verze 5;
PL-370-03/06, verze 6;
PL-370-03/07, verze 5;
PL-370-03/08, verze 4;
PL-370-03/09, verze 4;
PL-370-03/12, verze 4

RT PCR Opus Dx Biorad
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Por. Analyt / Princip vySetieni Identifikace postupu/ VySetiovany material Stupné
¢islo parametr/diagnostika pristrojové vybaveni volnosti!
7. VySetfeni variant Real-Time PCR | SOP-370-10, verze 9; Periferni krev A B, C
somatického genomu SOP-10 ptiloha 1, verze §;
PL-370-03/04, verze 4;
PL-370-03/26, verze 5;
PL-370-03/49, verze 4;
PL-370-03/52, verze 1
RT PCR Opus Dx Biorad
8. Vysetieni variant Piimé SOP-370-52, verze 9; Periferni krev, A, B, C,
germinalniho genomu sekvenovani PL-370-03/18, verze 5 kultlonana/natlvm D
plodova voda,
kultivované/nativni
choriové klky,
kultivované/nativni
produkty koncepce,
DNA, bukalni stér
9. Vysetieni variant Primé SOP-370-52, verze 9; Periferni krev A, B,C
somatického genomu sekvenovani PL-370-03/18, verze 5
10. | Vysetieni variant MLPA SOP-370-28, verze 11; Periferni krev, A, B, C,
germinalniho genomu SOP-28 piiloha 1, verze 6; kultlvoyana/natlvnl D
plodova voda,
PL-370-03/13, verze 4.1; kultivované/nativni
PL-370-03/14, verze 4.1 | choriovéklky,
kultivované/nativni
produkty koncepce,
DNA

Upresnéni rozsahu akreditace:

Odbornost
/ por. €islo

Detailni informace k ¢innostem v rozsahu akreditace

816/4

Devyser Complete v2 a Extend v2: 13A, 13B, 13C, 13D, 13E, 13F, 13K, 15A, 15B, 15C, 15D, 15J,
16C, 16D, 16E, 16F, 16G, 18B, 18C, 18D-1, 18D-2, 18G, 18], 18M, 18P, 21A, 21B, 21C, 21D, 21G,
21H, 211, 211, 22A, 22B, 22C, 22D, 22E, X1, X2, X3, X9, XY2, XY3, AMELXY, ZFYX, SRY, T1, T3
Cybergene: D13S325, D13S742, D13S634, D13S325, D13S742, D13S634, D13S628, D13S305,
D18S391, D18S976, D18S386, D18S819, D18S535, D21S1435, D21S11, D21S1444, D21S1442,
D21S1409, DXS6854, AMEL, SRY, TAF9B, DXYS2, XHPRT, D13S797, D13S762, D13S800,
D18S878, D18S1002, D18S390, D21S1437, DXS6803, DXYS267, DXS8377, DXS6809, STS, TAF9B

CFTR - ¢.579+1G>T, ¢.1911delG, c.1545_1546delTA, ¢.3846G>A, C3848G>T, ¢.2128A>T, ¢.3718-
2477C>T,c.1519 _1523ATCTT, .2657+5G>A, ¢.3302T>A, ¢.254G>A, ¢.3773_3774insT, c.1393-1G>A,
c.2052delA,c.3528delC, ¢.3909C>G, c.2052 2053insA, c.1680-1G>A, ¢.54-5940 273+10250del21kb,
¢.2012delT,c.1705T>G, ¢.3484C>T, c.1682C>A, ¢.3752G>A, ¢.200C>T, ¢.3472C>T,
c.1477_1478delCA, c.1477C>T, c.178G>T, ¢.1766+1G>A, ¢.1766+5G>T, ¢.1519_1521delATC,
c.1521 _1523delCTT, ¢.1558G>T, ¢.262 263delTT, ¢.3454G>C, c.695T>A, c.653T>A, ¢.489+2T>C,
c.1585-1G>A, c.617T>G, ¢.274G>T, ¢.2988+1G>A, c.1624G>T, c.1646G>A, c.1652G>A, c.580-
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1G>T, ¢.1657C>T, ¢.3140-26A>G, ¢.1679G>C, ¢.2051 _2052delAAinsG, ¢.350G>A, ¢.349C>T,
¢.1680-886A>G, ¢.2737 2738insG, ¢.366T>A, ¢.2668C>T, ¢.3196C>T, ¢.1040G>A, ¢.1040G>C,
¢.1029delC, ¢.1022_1023insTC, ¢.274G>A, ¢.1007T>A, ¢.1000C>T, ¢.3276C>A, ¢.489+1G>T,
c.948delT, c.1364C>A

816/5

Hereditarni Panel _custom panel verze 7 — Hereditary v7

Hereditary: Hereditary: ACD, AIP, AKTI, ALK, ANKLEI, APC, ATM, ATP, BAP1, BARDI, BLM,
BMPRAIA, BRCAI, BRCA2, BRIPI, CASPS, CASR, CD3EAP, CDC73, CDHI, CDK4, CDKNI,
CDKNIB, CDKN2A4, CEBPA, CTAGEI, CYLD, DDB2, DICERI, DIS3L2, EGFR, ELL, EPCAM, ENG,
ERCC2, FAMI111B, FANCA, FANCB, FANCC, FANCD2, FANCM, FH, FLCN, GATA2, GPC3,
GREMI, HER2, HCF2 (SERPINDI), HNF14, HOXB13, HPSE2, HRAS, CHEK?2, KIAA2026, KIF1B,
KIT, KLLN, LZTR1, MAX, MENI, MET, MFSD11 (ET), MITF, MLHI, MLH3, MRE11, MSH2, MSH3,
MSH6, MUTYH, NBN, NF1, NF2, NDUFV3, NSDI, NTHLI, PALB2, PAX9, PDGFRA, PHOX2B,
PIK3CA, PKDI, PKD2, PKHDI, PMS2, POLDI, POLE, POLRIG, POTI, PRKARIA, PTEN, PTCHI,
RADS50, RAD51B, RAD51C, RAD51D, RB1, RECQL4, RET, RHBDF?2, RINTI, SDHA, SDHB, SDHC,
SDHD, SDHAF2, SLC4A47, SMAD4, SMARCA4, SMARCBI, SMARCEI, SMLR1, SOX6, STKI1,
SUFU, TERC, TERF2IP, TCHHLI (THHLI, S100417), TMEM 127, TP53, TSC1, TSC2, VHL, WT1,
WRN, XPA, XRCC2, YAPI

IPF: MUCS5B, RTELI, SFTPAI, SFTPA2, SFTPC, SFTPD, TINF2, TOLLIP, TERT,
TERTC,FAMI111B, ABCA3, CSF2RA, CSF2RB, TTF1

Pankreatitidy: CEL (vypadek v ¢asti exonu 11), CELA3A, CELA3B, CLDN2, CPAIl, CFTR, CTRBI,
CTRB2, CTRC, PNLIP, PRSS1, PRSS2, SPINK1, TRPV6

Poruchy pojiva: FBNI, FBN2, IPOS, TGFBRI, TGFBR2, SMAD3, TGFB2, TGFB3 , SMAD?,
COLIAI, COL3A1, COL5A1, COL5A42, COL5A3

Ret-like syndrom: MECP2, FOXGI (vypadek v exonu I )

Duchennova dystrofie: DMD

CADASIL: NOTCH3

Wilsonova choroba: ATP7B

Rasopatie: ARAF, A2MLI1, BRAF, CBL, FGDI1, HRAS, KRAS, LZTRI, MAP2K1 (MEK1), MAP2K?2,
NRAS, PPPICB, PTPNI11, RAF1, RASAI, RASA2, RITI1, RRAS, SHOC2, SOS1, SOS2, SPREDI,
SPRED?

Neurologie: CAPN3, CAV3, COL6A1, COL6A42, COL6A3, LMNA, PABPNI

Tuberozni skleroza: TSCI, TSC2

Neurofibromatoza: NF1, NF2

Zbytek: DHCR7, SHOX, EXTI, EXT2

exom proximdlni proby — NF1, NF2, TSC1, TSC2, TGFBRI, TGFBR2, FBNI, FBN2, SMAD3, ,
BRCAI (i promotor), BRCA2, CHEK?2, PALB2, MLHI1, MSH2, PMS2, EPCAM, ATM, APC (urcité i
promotor), MEN1, MUTYH, MET, LZTRI1, NOTCH3, BARDI, BRIP1, CDHI, MSH6, NBN, PTEN,
RADS50, RADS5S1C, RAD51D, STK11, TP53
Panel _ Epilepsie a epileptické syndromy verze 1_ID:3368871
AARS, ABAT, ACTL6B, ADAM?22, ADAR, ADSL, ALDH7A1, ALG13, AMACR, AMT, AP2M1, AP3B2,
AP4S1, APOPTI, ARHGEFY, ARHGEF15, ARX, ASAH 1, ASNS, ATP1A2, ATP143, ATP6V1A4, BRATI,
BRD2, CI00RF2, CACNAIA, CACNAIB, CACNA2D2, CACNAIH, CACNAIE, CACNB4 , CARS,
CASK, CDKLS5, CHD2, CHRNA2, CHRNA4, CHRNA7, CHRNB2, CLCN2, CLCN4, CLTC, CNKSR?2,
CNPY3, CNTNAP2, COX6B1, CPA6, CPT2, CSTB, CYFIP2, D2HGDH, DCX, DENND5A, DEPDCY,
DNM1I, DNMIL, DOCK7, ECHSI, EEF1A2, EFHCI, ETHEI, EPM2A, FARI, FARS2, FGF12, FLNA,
FOLRI, FOXGI, FRRSIL, GABBR2, GABRAI, GABRB2, GABRB3, GABRD, GABRG2, GAMT, GCSH,
GLDC, GLRAI, GLRB, GNAOI, GOSR2, GPHN, GPR9S8, GRINI, GRIN24, GRIN2B, GTPBP3, HCNI,
HECW2, HEPACAM, HIBCH, HNRNPU, HTT, IQSEC, JRK, KCNA1, KCNA2, KCNABI, KCNBI,
KCNCI, KCNJ10, KCNMAI, KCNQ2, KCNQ3, KCNQS5, KCNTI1, KCNT2, KCTD3, KCTD7, KIF 1A,
LGII,LMNB2, LRPPRC, LYRM7, MBD5, MDH2, MECP2, MED17, MEF2C, MOCS1, MOCS2,
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MRPL44, MTFMT, MTHFR, MTOR,NACC1, NDUFAF6, NDUFS2, NDUFS4, NDUFS6, NDUFS?7,
NDUFSS8, NDUFV1, NECAPI, NEUROD2, NHLRCI1,NPRL3, NRXN1, NUBPL, PARS2, PCDH19,
PHACTRI, PIGA, PIGB, PIGP, PIGQ, PIGS, PLAA, PLCBI, PNKP, PNPO, POLG, PPP3CA,
PRICKLEI,PRRT2, PROSC, PTPN23, PURA, QARSI, RELN, RMNDI, RNASEH2A, RNASEH2B,
RNASEH2C, ROGDI, SCARB2, SCNIA, SCNIB, SCN24, SCN34, SCN54, SCN84, SCNY94, SCOI,
SDHAF1, SERACI, SERPINII, SIK1, SLCI2A45, SLC13A45, SLC1943, SLC25A41, SLC25A422, SLC2A1,
SLC3542, SLC6A1, SLC6A48, SLCY9A46, SNAP25, SPTANI, SRPX2SAMHD1, ST3GAL3, ST3GALS,
STXIB, STXBP1, SYNI, SYNGAPI, SYNJI, SZT2, TBCiD24, TBCD, TBCE, TBCI1D24, TBCK, TCF4,
TRAKI, TREXI, TRIMS, TSC1, TSC2, TTC19, UBAS5, UBE3A4, UNC80, VARS, WARS2, WDRA45,
WWOX, ZEB?2

Panel Familiarni Hypercholesterolémie _

ABCAI, ABCGS5, ABCGS, APOAI, APOA2, APOA4, APOAS5, APOB, APOC2, APOCS3,

APOE, ANGPTL3, CETP, CAP7A41, CREB3L3, GPDI, GPIHBP1, EPHX2. GJR. HMGCR, LCAT, LPA,
LMFI1. LDLR, LDLRAPI, LIPA, LIPC, LIPE, LIPG, LIPI, LMFI, LPL, MTTP, NR1H4, PCSK9,
SCARBI, SORTI, STAPI

Panel_SureSelect XT HS Human All Exon V8 — NCV

Cell3™ Taerget: Nexom

816/6

Trombofilni mutace — geny pro Faktor V, Faktor II, A1298C a C677T v genu pro MTHFR
Alfa 1-antitrypsin - Alela S, Z, M

B*27

DQA1*05, DQA1*03, DQA1*02, DQB1*02, DQB1*03:02

LTC-13910:T/A; LTC-22018:A/G

TPMT 238:G/C; TPMT 460: G/A; TPMT 719: A/G

UGTAIL: TTA/6TA

816/7

JAK2
NM_004343.3(CALR):c.1092_1143del52 (p.Leu367Thrfs)
NM_004343.3(CALR):c.1154 1155insTTGTC(p.K385fs*47)

MPL p.W515L (c.1544G>T), MPL p.W515K (c.1543 1544TG>AA), MPL p.W515A, MPL p.S505N
(c.1514G>A)

816/8

Hereditarni Panel custom panel verze 7 — Hereditary v7
Panel Epilepsie a epileptické syndromy verze 1 _ID: 3368871
Panel Familiarni Hypercholesterolémie

Panel_SureSelect XT HS Human All Exon V8 — NCV

Cell3™ Taerget: Nexom

816/9

Calretikulin: exon 9

816/10

DMD, SMN1, SMN2, BRCAI, BRCA2, MLHI/MSH2, EPCAM, PMS2, MSH6, CHEK2, MUTYH, PALB2,
RADS50, RAD51C, RAD51D, NF2, NF1, SMARCBI, LZTRI, TSCI1, TSC2, ATM,

TNFRSF14, GNBI, GABRD, REL, PEX13, MBD5, SATB2, DLG1, LERM1, WHSCI, TERT, SEMA5A4,
NDSI1, ELN, TRPS1, EXTI, FANCC, PTCHI, GATA3, SNRPN, UBE3A, SEMA7A, CYPIAI, CREBBP,
PAFAHIBI, RAII, DRC3, LLGLI, NF1, MAPT, KANSLI, CLDNS5, GPI1BB, SNAP29, PPIL2, RTDRI,
SHANK3, RABL2B, DMD, MECP2, SCNI1A, CMTIA, FBNI, EXTI

Vysvétlivky:
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Seznam ¢innosti v ramci flexibilniho rozsahu akreditace

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

A - Flexibilita tykajici se dokumentovaného postupu vysetteni/odbéru
B - Flexibilita tykajici se techniky

C - Flexibilita tykajici se analytt/parametrti

D - Flexibilita tykajici se vySetfovaného materialu

E - Flexibilita tykajici se mist poskytovani POCT vySetfeni

Neni-li uveden zadny stupen volnosti, nemtze laboratof pro dané vySetieni uplatiovat flexibilni pfistup k rozsahu akreditace.

aCGH oligonukleotidova komparativni genomova hybridizace na ¢ipu (z angl. array Comparative Genome Hybridization)
MLPA hybridizace a ligace sond s naslednou multiplex polymerazovou reakci (z angl. Multiplex Ligation-dependent Probe
Amplification)

NGS-MPS  sekvenovani nové generace (z angl. New Generation Sequencing) — masivni paralelni sekvenovani (z. angl. Massive
paralel sequencing )

Real-Time PCR polymerazova fetézova reakce v realném Case (z angl. Polymerase Chain Reaction)
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