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Vseobecna fakultni nemocnice v Praze

laboratote dédi¢nych poruch metabolismu (DPM)

Cislo akreditovaného objektu: 8097
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Oblast akreditace: Zdravotnické laboratot - CSN EN ISO 15189 ed. 3:2023

Aktualizovano dne: 2.2.2026

1. Biochemicka laboratoi DPM Ke Karlovu 455/2, Praha 2

VySetieni:

A

Klinika pediatrie a dédicnych poruch metabolismu VFN a 1. LF UK, Diagnostické

Por.
Cislo

Analyt /
parametr/diagnostika

Princip vySetieni Identifikace postupu/ VySetfFovany material
pristrojové vybaveni

Stupné
volnosti!

801 - Klinicka biochemie

Aminokyseliny a
acylkarnitiny

Tandemova SOP-KPDPM-DMP-B-33, | Suché krevni kapka
hmotnostni 27.3.2023;

spektrometrie SOP-KPDPM-DMP-B-34
27.3.2023;

Sciex API 4500 Triple
Quad;

Sciex API 3200 Triple
Quad;

Sciex API 3200 QTrap

Biotinidaza

Fluorimetrie SOP-KPDPM-DMP-B-60, | Suché krevni kapka
1.3.2023;

BioTek Synergy 2

Profil aminokyselin

Iontoménicova SOP-KPDPM-DMP-B-30, | Sérum, plazma,
chromatografie 1.3.2023; likvor. mo¢

SOP-KPDPM-DMP-B-31,
1.3.2023;

AAA 400

A,B,C

Kyselina orotova

Kapilarni SOP-KPDPM-DMP-B-57, | Mo¢
elektroforéza 1.11.2025;

Agilent Technologies
G7100A

11 _01-P508a_M-20230101

Stranka 1z 11



CESKY INSTITUT
PRO AKREDITACI, O.P.S.

Seznam ¢innosti v ramci flexibilniho rozsahu akreditace

A

Por.
Cislo

Analyt /
parametr/diagnostika

Princip vySeti‘eni

Identifikace postupu/
pristrojové vybaveni

VySetfFovany material

Stupné
volnosti'

Galaktitol

Plynova
chromatografie

SOP-KPDPM-DMP-B-21,
1.3.2023;

Thermo Scientific
TRACE1610

Mo¢

A,B

Profil purint a
pyrimidint

Kapalinova
chromatografie

SOP-KPDPM-DMP-B-32,
1.3.2023;

Waters Alliance 2695

A,B,C

Mukopolysacharidy

Spektrofotometrie

SOP-KPDPM-DMP-B-15,
1.3.2023;

Thermo Evolution 60S

Laktat

Spektrofotometrie

SOP-KPDPM-DMP-B-10,
1.3.2023;

SOP-KPDPM-DMP-B-23,
1.3.2023;

Erba X1.-200

Moc¢, deproteinat
krve, deproteinat
likvoru

Neobsazeno

10.

Homocystein

Spektrofotometrie

SOP-KPDPM-DMP-B-28,
1.3.2023;

Erba XL-200

Plazma, sérum

11.

Kreatinin

Spektrofotometrie

SOP-KPDPM-DMP-B-18,
1.3.2023;

SOP-KPDPM-DMP-B-20,
1.3.2023;

Erba XL-200

Sérum, plazma,
moc

12.

Kyselina mocova

Spektrofotometrie

SOP-KPDPM-DMP-B-19,
1.3.2023;

Erba XL-200

Sérum, plazma,
moc

13.

Enzymy

Fluorimetrie

SOP-KPDPM-DMP-E-02,
22.7.2025;

SOP-KPDPM-DMP-E-03,
1.10.2025;

SOP-KPDPM-DMP-E-31,
1.10.2025;
Perkin Elmer LS 55;

BioTek Synergy 2

Leukocyty, sérum,
plazma, sucha
krevni kapka

11 _01-P508a_M-20230101

Stranka 2 z 11



CESKY INSTITUT @\
PRO AKREDITACI, O.P.S. \

Seznam ¢innosti v ramci flexibilniho rozsahu akreditace

Por. Analyt / Princip vySeti‘eni Identifikace postupu/ VySetfFovany material Stupné
Cislo parametr/diagnostika pristrojové vybaveni volnosti!
816 - Laboratoi* 1ékarské genetiky

Novorozenecky Real-time PCR SOP-KPDPM-DMP-NS- Sucha krevni kapka | A, B
screening SCID a 01, 1.1.2024;
1. .
SMA Janus G3 Workstation;
QuantStudio Dx

Upresnéni rozsahu akreditace:

Odbornost
/ pof. ¢islo

Detailni informace k ¢innostem v rozsahu akreditace

801/1

SOP-KPDPM-DMP-B-33: Ala, Phe, Tyr, Val, Xle, Cit, Arg, Met, Orn, C2, C5, C5DC, C6, C8, C10,
C10:1, C12, C14, Cl14:1, C14:2, C140H, Cl16, C160H, Cl16:1, C18, C18:1, C18:10H, C180H, CO0 a
pomeéry: Phe/Tyr, Xle/Ala, Arg/Orn, Arg/Phe, Cit/Phe, Orn/Cit, Met/Phe C5SDC/CS8, C5/C0, C8/C2,
Cl14:1/C2, C14:1/C16, (C16+C18)/C0, (C16+C18:1)/C2;

SOP-KPDPM-DMP-B-34: Ala, Phe, Tyr, Val, Xle, Cit, Arg, C2, C3, C3DC, C4, C4DC, C5, C5:1,
C5DC, C50H, C6, C8, C10, C10:1, C12, Cl14, C14:1, C14:2, C140H, C16, C16:0H, Cl16:1, C18,
C18:1, C18:10H, C180H, CO a poméry: Phe/Tyr, Xle/Ala, Arg/Orn, C3/C2, C4/C3, C5DC/CS,
C5/C0, C8/C2, C14:1/C2, (C16+C18)/C0, (C16+C18:1)/C2.

801/3

SOP-KPDPM-DMP-B-30: Taurin, Fosfoethanolamin, Kyselina asparagova, Hydroxyprolin, Threonin,
Serin, Asparagin, Kyselina glutamova, Glutamin, Glu+Gln, Kyselina a-aminoadipova, Prolin, Glycin,
Alanin, Citrulin, Kyselina a-aminomaselna, Valin, Cystin, Methionin, Allo-isoleucin, Cystathionin,
Isoleucin, Leucin, Tyrosin, Fenylalanin, Homocystin volny, -alanin, Kyselina f-aminoisomaselna,
Kyselina y-aminomaselna, Kyselina 5- aminolevulova, Hydroxylysin volny, Ethanolamin, Ornithin,
Lysin, Histidin, Homokarnosin (jen v Likvoru), 1-Methylhistidin, 3-Methylhistidin, Arginin;
SOP-KPDPM-DMP-B-31: Taurin, Fosfoethanolamin, Kyselina asparagova, Hydroxyprolin, Threonin,
Serin, Asparagin, Kyselina glutamova, Glutamin, Glu+Gln, Kyselina a.-aminoadipova , Prolin, Glycin,
Alanin, Citrulin, Kyselina a-aminomaselna, Valin, Cystin, Methionin, Allo-isoleucin, Cystathionin,
Isoleucin, Leucin, Tyrosin, Fenylalanin, Homocystin volny, -alanin, Kyselina -aminoisomaselna ,
Kyselina y-aminomaselna, Kyselina 8-aminolevulova, Hydroxylysin volny, Ethanolamin , Ornithin,
Lysin, Histidin, 1-Methylhistidin, Arginin, Cystin-lithogenita.

801/6

Hypoxanthin, Xanthin, Uracil, 2,8—Dihydroxyadenin, Deoxyadenosin, Deoxyinosin, Deoxyguanosin,
Thymin, Uridin,Adenosin, Sukcinyladenosin, SAICAr

801/13

a-galaktosidasa, B-galaktosidasa, kysela a-1,4-glukosidasa
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Seznam ¢innosti v ramci flexibilniho rozsahu akreditace

2. Molekularné geneticka laboratoir DPM Ke Karlovu 455/2, Praha 2

VySetieni:
Por. Analyt / Princip Identifikace postupu/ pFistrojové VySetfFovany material Stupné
Cislo parametr/diagnostika vySeti‘eni vybaveni volnosti!

816 - Laboratoi* 1ékarské genetiky

Vysetfeni variant Masivné SOP-KPDPM-DMP-S-01, Biologicky material | A, B, C
germinalniho genomu paralelni 30.9.2025; obsahujici
sekvenovani | PP-KPDPM-DMP-S-02, genomovou DNA
7.1.2022;
1 PP-KPDPM-DMP-S-03,

26.8.2024;

PP-KPDPM-DMP-S-06,

30.9.2025;

Miseq
Vysetfeni variant Sangerovo SOP-KPDPM-DMP-G-62, Biologicky material | A, B, C
germinalniho genomu sekvenovéani | 2-1.2023; obsahujici

Ptiloha SOP-KPDPM-DMP- genomovou DNA
G-062, 20.1.2023;
PP-KPDPM-DMP-G-01,
2.1.2023;
PP-KPDPM-DMP-G-03,
2.1.2023;
PP-KPDPM-DMP-G-09,
2.1.2023;
PP-KPDPM-DMP-G-10,
6.10.2022;

3500xL

Upresnéni rozsahu akreditace:

Odbornost
/ po¥. Cislo

Detailni informace k ¢innostem v rozsahu akreditace

816/1

Kardiologicky panel:

ABCCY9, ABCGS5, ABCGS, ACTAI, ACTA2, ACTCI, ACTN2, AKAPY9, ALMSI, ANK2, ANKRDI,
APOA4, APOAS, APOB, APOC2, APOE, BAG3, CACNAIC, CACNA2D1, CACNB2, CALM1, CALM?2,
CALM3, CALR3, CASQ2, CASZI, CAV3, CBL, CETP, COL3A4l, COL4A45 COL5A4A1, COL5A2,
CREB3L3, CRELDI, CRYAB, CSRP3, CTF1, CTNNA3, DES, DMD, DNAJC19, DOLK, DPP6, DSC2,
DSG2, DSP, DTNA, EFEMP2, ELN, EMD, EYA4, FBNI, FBN2, FHLI, FHL2, FKRP, FKTN, FLNC,
FXN, GAA, GATA4, GATAS, GATADI, GJA5, GLA, GPDI, GPDIL, GPIHBPI, HCN4, HFE, JAGI,
JPH2, JUP, KCNAS5, KCND3, KCNE1, KCNE2, KCNE3, KCNE5, KCNH2, KCNJ2, KCNJ5, KCNJS,
KCNQI, KLF10, LAMA2, LAMA4, LAMP2, LDB3, LDLR, LDLRAPI, LMFI, LMNA, LOX, LPL,
LTBP2, MAP2K1, MAP2K2, MIBI, MT-TL1, MURC, MYBPC3, MYHI1, MYH6, MYH7, MYL2, MYL3,
MYLK, MYLK2, MYOMI, MYOZ2, MYPN, NEBL, NEXN, NKX2-5, NODAL, NOSIAP, NOTCHI,
NPPA, OBSCN, PCSKY9, PDLIM3, PKP2, PLN, PRDMI16, PRKAG2, PRKGI, PTPNII, RAFI,
RANGRF, RBM20, RITI, ROBO4, RYR2, SALL4, SCN10A, SCNIB, SCN2B, SCN3B, SCN4B, SCN54,
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Seznam ¢innosti v ramci flexibilniho rozsahu akreditace

SDHA, SGCD, SGCG, SHOC2, SLC2A410, SLMAP, SMAD3, SMAD4, SNTAI, SOSI, SYNEI, SYNE2,
TAB2, TAZ, TBX20, TBX3, TBX5, TCAP, TECRL, TGFB2, TGFB3, TGFBRI, TGFBR2, TMEMA43,
TMPO, TNNCI, TNNI3, TNNI3K, TNNT2, TPM1, TRDN, TRIM63, TRPM4, TTN, TTR, TXNRD2, VCL,
ZIC3

Metabolicky panel:

Poruchy metabolismu glykogenu (29 genw): AGL, ALDOA, ALDOB, ALDOC, ENO3, FBPI1, G6PC,
GAA, GBEI, GYGI, GYSI, GYS2, KHK, PC, PFKM, PGAM2, PGMI1, PHKAI, PHKA2, PHKB,
PHKG2, PRKABI, PRKAB2, PRKAG2, PYGL, PYGM, RBCK1, SLC2A2, SLC37A44;

Poruchy cyklu mocoviny, orotové acidurie (19 gent): ARGI, ASL, ASSI, CAD, CPS1, DHODH,
FTCD, NAGS, OTC, SHMT1, SHMT2, SLC25413, SLC25A415, SLC25A42, SLC46A41, SLC7A47, TYMP,
TYMS, UMPS;

Peroxisomalni onemocnéni (34 genu): ABCDI, ABCD3, ACBDS5, ACOXI, AGPS, AGXT, AMACR,
BAAT, CAT, DNMIL, FARI, GDAPI, GNPAT, HSD17B4, MFF, PEXI, PEX2, PEX26, PEX3, PEX),
PEXS5L, PEX6, PEX7, PEX10, PEXIIA, PEX11B, PEX11G, PEXI12, PEXI3, PEXI4, PEXI16, PEX]I9,
PHYH, SCP2;

Hyperhomocysteinémie (53 gent): ABCD4, ADK, AHCY, ALDH7A1, AMN, CBS, CD320, CDOI,
CTH, CUBN, DHFR, ETHEI, FOLHI, FOLRI, FOLR2, FOLR3, FTCD, FUT2, GIF, GNMT, GPHN,
HCFCI1, LMBRDI, LRP2, MATIA, MAT2A, MAT2B, MCEE, MMAA, MMAB, MMACHC, MMADHC,
MOCSI1, MOCS2, MTHFDI, MTHFR, MTHF'S, MTR, MTRR, MUT, PDXK, PDXP, PNPO, SLC19A41,
SLC46A41, SOOR, SUCLA2, SUOX, TCN1, TCN2, THAPI11, TST, ZNF143;

Leucinézy (4 geny): BCKDHA, BCKDHB, DBT, DLD;

Rhabdomyolyzy a poruchy metabolismu mastnych kyselin (47 gent): ACADM, ACADVL, AGL,
ALDOA, AMPDI, ANOS5, ATP2A41, CACNAILS, CASQI, CAV3, CHKB, CPTIA, CPT2, CTDPI,
DGUOK, DYSF, ENO3, ETFA, ETFB, ETFDH, FKRP, FLADI, HADHA, HADHB, ISCU, LAMP2,
LDHA, LPINI, PFKM, PGAM2, PGKI, PGMI, PHKAI, PHKB, PYGM, RYRI, SCN44, SILI,
SLC16A41, SLC2245, SLC25420, SLC25432, SLC52A41, SLC52A42, SLC52A43, TANGO2, TSEN54;

Poruchy metabolismu neurotransmitera (26 genii): ABAT, ALDH5A41, ALDH7A1, AMT, DBH, DDC,
DHFR, DNAJCI12, FOLRI, GCHI, GCSH, GLDC, GLUL, MAOA, PCBD1, PHGDH, PNPO, PSATI,
PSPH, PTS, ODPR, SLC1842, SLC46A41, SLC6A3, SPR, TH;

Neuronalni ceroidlipofuscinézy (13 gent): ATP1342, CLN3, CLN5, CLN6, CLNS, CTSD, CTSF,
DNAJCS, GRN, KCTD7, MFSDS, PPTI, TPPI;

Hyperurikémie (5 genti a vybrané SNP):
ABCG2, HPRTI, PRPSI, REN, UMOD;

vySetfované SNP: GCKR — rs1260326, ALDH2 — rs671, ALDHI6A1 — rsi50414818, ADHIB —
rs1229984;

Jiné onemocnéni: CADASIL (NOTCH3), cystinurie (SLC3A41, SLC7A49), isovalerova acidurie (1VD),
propionova acidurie (PCCA, PCCB);

Panel genu pro onemocnéni skeletu:

ACAN, ACPS, ACTB, ACTGI, ACVRI, ADAMTS10, ADAMTS17, ADAMTSL2, AGPS, AIFM1, AKTI,
ALPL, ALX3, ALX4, AMERI, ANKH, ANKRDI11, ANOS5, ARHGAP31, ARSB, ARSE, ATP6V0A2, ATR,
B3GALT6, B3GAT3, B4GALT7, BCSIL, BGN, BHLHA9, BMPI1, BMP2, BMPER, BMPRIB, BRAF,
BRCA2, BRIPI, CA2, CANTI, CASR, CBL, CCDC§, CDC6, CDC45, CDKNIC, CDTI, CENPJ,
CEP63, CEP152, CHST3, CHSTI4, CHSYI, CKAP2L, CLCNS5, CLCN7, COLIAl, COLIA2, COL2A41,
COL3A1, COL5A1, COL5A2, COL9A1, COL9A42, COLYA3, COLI0AI, COLI1Al, COLI1142, COMP,
CREB3LI, CREBBP, CRTAP, CSPPI, CTSK, CUL7, CYP24A41, CYP27B1, DDR2, DHCR7, DHCR24,
DHODH, DLL3, DLL4, DLX3, DLX5, DMPI, DOCK6, DVLI, DYM, DYNC2HI, EBP, EFNBI,
EFTUD2, EIF2AK3, ENAM, ENPPI, EOGT, EP300, ERCC4, ESCO2, EVC, EVC2, EXTI, EXT2,
EXTL3, EZH2, FAM20A, FAM20C, FAMS384, FAMS83H, FAMII114, FANCA, FANCB, FANCC,
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FANCD2, FANCE, FANCF, FANCG, FANCI, FANCL, FANCM, FBNI, FBN2, FGDI, FGF10, FGF23,
FGFRI, FGFR2, FGFR3, FKBP10, FLNA, FLNB, GALNT3, GDF5, GHI, GHR, GHRHR, GJAI, GLI2,
GLI3, GNAS, GNPAT, GNS, GPC6, HDACS, HESXI, HOXA13, HOXDI3, HRAS, HSPG2, iDS,
IFITMS, IFT43, IFTS80, IFT122, IFTI140, IFT172, IGF1, IGFIR, IGF2, IGFALS, IHH, IMPADI,
INPPLI, INSR, IRS1, KAT6B, KIF7, KIF22, KMT2A4, KRAS, LARP7, LBR, LEMD3, LHX3, LHX4,
LIFR, LMNA, LMXIB, LONPI, LRP4, LRP5, LTBP2, LTBP3, LZTRI, MAFB, MAP2KI, MAP2K2,
MATN3, MBTPS2, MESP2, MGP, MMP2, MMP9, MMP13, MSX2, MYCN, NAGLU, NANS, NEKI,
NF1, NFIX, NIPBL, NKX3-2, NOG, NOTCHI, NOTCH2, NPR2, NRAS, NSD1, NSDHL, OBSLI, ORCI,
ORC4, ORC6, OSTM1, OTX2, P3HI, PALB2, PAPSS2, PCNT, PCYTIA, PDE4D, PEX7, PEXI4,
PEX19, PGM3, PHEX, PIK3CA, PITX2, PLOD2, PLS3, POCIA, POLRIC, POLRID, POR, POUIFI,
PPIB, PRKARIA, PROPI, PTDSS1, PTHIR, PTHLH, PTPN11, PYCRI, RAB33B, RAD21, RADS5IC,
RAF1, RASA2, RBBPS, RBM8A, RBPJ, RECQL4, RITI, RMRP, RNU4ATAC, ROR2, RRAS, RTIN,
RUNX2, SALLI, SALL4, SBDS, SEC24D, SERPINFI, SERPINHI, SETBPI, SF3B4, SH3BP2,
SH3PXD2B, SHOC2, SHOX, SKI, SLC26A42, SLC29A43, SLC34A43, SLC35D1, SLC39413, SLCO2A1,
SLX4, SMAD3, SMAD4, SMAD6, SMARCALI, SMCIA, SMC3, SNX10, SOSI, SOST, SOX2, SOX3,
SOX9, SP7, SPARC, SRCAP, STAMBP, STAT5B, TBX3, TBX4, TBX5, TBX6, TBX15, TBX19, TCF12,
TCIRGI, TCOF1, TCTN3, TGFBI, TGFB2, TGFB3, TGFBRI, TGFBR2, TMEM38B, TNFRSF11A4,
TNFRSF1IB, TNFSF11, TP63, TRAPPC2, TRIM37, TRIP1I, TRPC3, TRPSI, TRPV4, TTC2IB,
TWISTI, TYROBP, VDR, VIPAS39, WDRI19, WDR34, WDR35, WDR60, WISP3, WNTI, WNT5A,
WNT74, XRCC2, XRCC4, XYLTI

Familidarni hypercholesterolémie (11 genti a vybrané SNP):
ABCGS, ABCGS, APOB, APOE, LDLR, LDLRAPI, LIPA, LIPC, LIPG, PCSK9, STAPI;

ABCG8 — rs4299376, APOB — rs1367117, APOE —rs429358, APOE —rs7412, CELSR2 —rs629301,
HFE —rs1800562, LDLR —rs6511720, MYLIP —rs3757354, NYNRIN —rs8017377, PCSK9 —
152479409, SLC22A41 — rs1564348, ST3GAL4 —rs11220462;

CELSR2 —rs646776, LPA —rs3798220, LPA —rs10455872, SLCOIBI — rs4149056.
Dédi¢na onemocnéni zadniho segmentu oka (314 gentl)

ABCA4, ABCC6, ABCDI1, ABHD12, ACO2, ADAMY, ADAMTS18, ADGRVI, ADIPORI, AGBLS, AHII,
AIPLI, ALMSI, AMACR, ARHGEF18, ARLI13B, ARL2BP, ARL3, ARL6, ARMCY9, ARR3, ARSG, ATF6,
ATOH7, B9DI1, B9D2, BBIPI, BBSI, BBSI10, BBSI12, BBS2, BBS4, BBS5, BBS7, BBSY9, BESTI,
CIQTNF5, CFAP410, PCARE, CPLANEI, CFAP418, CA4, CABP4, CACNAIF, CACNA2D4, CAPNS,
CC2D24, CDH23, CDH3, CDHRI, CEP104, CEP120, CEP164, CEP19, CEP250, CEP290, CEP41,
CEP78, CEP83, CERKL, CHM, CIB2, CISD2, CLN3, CLN5, CLN6, CLNS, CLRNI, CNGAI, CNGA3,
CNGB1, CNGB3, CNNM4, COLI11A1, COL11A42, COL18A1, COL2A1, COL9A1, COL9A42, COL9A43,
COQ?2, CPE, CRBI, CRX, CSPPI, CTCI, CTNNAI, CTNNBI, CTSD, CWC27, CYP4V2, WHRN,
DHDDS, DHX38, DNAJCS5, DRAM2, DTHDI, DYNC2HI, EFEMPI, ELOVL4, EMCI, ESPN,
EXOSC2, EYS, FAMI614, FDXR, FLVCRI, FRMD?7, FZD4, GNATI, GNAT2, GNB3, GNPIG,
GPRI143, GPRI179, GRKI, GRM6, GUCAIA, GUCY2D, HARS, HGSNAT, HKI, HMXI, IDH34,
IDH3B, IFTI140, IFT172, IFT27, IFT81, IMPDHI, IMPGI1, IMPG2, INPP5E, INVS, IQCBI, CRPPA,
JAGI, KCNJ13, KCNV2, KATNIP, KIAA0586, KIAA0753, KIAA1549, KIF11, KIF7, KIZ, KLHL?7,
LAMAIL, LCAS5, LRAT, LRIT3, LRP2, LRPS5, LZTFLI, MAK, MERTK, MFN2, MFRP, MFSDS, MKKS,
MKS1, MMACHC, MTTP, MVK, MYO7A4, NAGLU, NDP, NEK2, NMNATI, NPHPI, NPHP3, NPHP4,
NR2E3, NR2F1, NRL, NYX, OAT, OCA2, OFDI, OPAl, OPA3, OPNISW, OTX2, P3H2, PANK2,
PAX2, PCDHI5, PCYTIA, PDE6A, PDE6B, PDE6C, PDE6D, PDE6G, PDE6H, PDSSI, PDSS2,
PDZD7, PEXI, PEXI0, PEXIIB, PEXI2, PEXI3, PEXI4, PEX16, PEX1Y9, PEX2, PEX26, PEX3,
PEXS5, PEX6, PEX7, PHYH, PISD, PITPNM3, PLA2GS5, PLK4, PNPLA6, POCIB, POMGNTI, PPTI,
PRCD, PRDM13, PROM1, PRPF3, PRPF31, PRPF4, PRPF6, PRPFS8, PRPH2, PRPSI, RAB2S, RAX2,
RBP3, RBP4, RCBTB1, RD3, RDHI1, RDHI12, RDH5, REEP6, RGR, RGS9, RGS9BP, RHO, RIMS]I,
RLBPI, ROMI, RPI, RPILI, RP2, RPE65, RPGR, RPGRIPI, RPGRIPIL, RSI, RTN4IPI, SAG,
SAMD11, SCAPER, SCLT1, SDCCAGS, SEMA4A, SGSH, SLC24A41, SLC25446, SLC45A2, SLC7A14,
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SNRNP200, SPATA7, SPP2, SRD5A3, TCTNI, TCTN2, TCTN3, TEADI, TIMMS8A, TIMP3, TMEM107,
TMEM1264, TMEM138, TMEM216, TMEM231, TMEM237, TMEMG67, TOPORS, TPPI1, TRAF3IPI,
TREXI, TRIM32, TRPMI, TSPANI2, TTC21B, TTCS, TTLLS5, TTPA, TUB, TUBB4B, TUBGCP4,
TUBGCP6, TULPI, TYR, TYRPI, USHIC, USHIG, USH24, VCAN, VPS13B, WDPCP, WDR19, WFSI,
YMEILI, ZNF408, ZNF423, ZNF513

816/2

NOTCH3, ASPA, ACADM, BTD, HADHA, OTC, GLA, GBA, GALC, CLN2 (TPP1), CLN3, CLN7
(MFSDS), NPC1, NPC2, IDS, GCDH, ABCDI1, BESTI, RS1, OVOL2, TTR.
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3.

CESKY INSTITUT

PRO AKREDITACI, O.P.S.

Seznam ¢innosti v ramci flexibilniho rozsahu akreditace

Laboratoi pro studium mitochondrialnich poruch

VySetieni:

Ke Karlovu 455/2, Praha 2

A

Por.
Cislo

Analyt /
parametr/diagnostika

Princip vySeti‘eni

Identifikace postupu/
pristrojové vybaveni

VySetfFovany material

Stupné
volnosti!

801 - Klinicka biochemie

Stanoveni profilu
sialovych forem
transferinu

Izoelektricka
fokusace

SOP-KPDPM-DMP-M-10,
1.11.2025;

Izoelektricka fokusace
Model 111 Mini IEF Cell

Srazliva krev,
sérum

816 - Laborator 1ékaiské genetiky

Vysetfeni variant
germinalniho genomu

Masivné
paralelni
sekvenovani

SOP-KPDPM-DMP-M-20,
2.2.2026;
PP-KPDPM-DMP-M-
MZ99, 2.2.2026;
PP-KPDPM-DMP-M-
MZ100, 2.2.2026;
PP-KPDPM-DMP-M-
MZ101,2.2.2026;
N-KPDPM-DMP-M-48,
23.10.2025;

MiSeq

Biologicky material
obsahujici
genomovou DNA

A,B,C

Vysetfeni variant
germinalniho genomu

Sangerovo
sekvenovani

SOP-KPDPM-DMP-M-5,
9.12.2024;
PP-KPDPM-DMP-M-
MMS, 1.3.2024
PP-KPDPM-DMP-M-
MMS, 1.3.2024;
PP-KPDPM-DMP-M-
MM17,1.3.2024;
PP-KPDPM-DMP-M-
MZ31,1.3.2024;
PP-KPDPM-DMP-M-
MZ32,1.3.2024;
PP-KPDPM-DMP-M-
MZ50,1.3.2024;
PP-KPDPM-DMP-M-
MZ51,1.3.2024;
PP-KPDPM-DMP-M-
MZ66,1.3.2024;

PP-KPDPM-DMP-M-
MZ103, 9.12.2024

3500xL

Biologicky material
obsahujici
genomovou DNA

A,B,C
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Seznam ¢innosti v ramci flexibilniho rozsahu akreditace

Por.
Cislo

parametr/diagnostika pristrojové vybaveni volnosti!

Analyt / Princip vySeti‘eni Identifikace postupu/ VySetfFovany material Stupné

Vysetfeni mutaci RFLP SOP-KPDPM-DMP-M-4, Biologicky material | A, B, C
v mtDNA spojenych se 1.3.2023; obsahujici
syndromem LHON N-KPDPM-DMP-M-22, genomovou DNA

1.3.2021;
N-KPDPM-DMP-M-23,
20.3.2023;
N-KPDPM-DMP-M-25,
1.3.2023;
N-KPDPM-DMP-M-38,
1.3.2023;

Termocyklery: C1000,
S1000;

TProfessional

Vysetteni variant HRM SOP-KPDPM-DMP-M-18, | Bjologicky material | A, B, C
germinalniho genomu 9.12.2024; obsahujici

Ptiloha SOP-KPDPM- genomovou DNA
DMP-M-18, 9.12.2024;
N-KPDPM-DMP-M-23,
20.3.2023;
N-KPDPM-DMP-M-25,
1.3.2023;
N-KPDPM-DMP-M-36,
9.2.2024;

Light Scanner

Upresnéni rozsahu akreditace:

Odbornost
/ pof. ¢islo

Detailni informace k ¢innostem v rozsahu akreditace

816/1

Geny mitochondrialni DNA:

MT-ATP6, MT-ATPS, MT-CO1, MT-CO2, MT-CO3, MT-CYB, MT-ND1, MT-ND2, MT-ND3, MT-ND4,
MT-ND4L, MT-ND5, MT-ND6, MT-RNR1, MT-RNR2, MT-TA, MT-TC, MT-TD, MT-TE, MT-TF, MT-
TG, MT-TH, MT-TI, MT-TK, MT-TL1, MT-TL2, MT-TM, MT-TN, MT-TP, MT-TQ, MT-TR, MT-TS1,
MT-TS2, MT-TT, MT-TV, MT-TW, MT-TY;

Autoinflamatorni onemocnéni (periodické horecky):

ACPS5, ADA2 (CECRI), ADAMI17, ADAR, ALPI, ALPKI, ANGPTI, AP1S3, AP3BIl, AP3DI, ARF]I,
ARHGAP42, ARPCIB, ATAD3A4, BACH2, BLOCI1S6, C1QA, CIQB, CIQC, CIR, CIS, C2, C2orf69,
C3, C44, C4B, C35, C6, C7, C84, C8B, C8G, C9, CARDI14, CARDS, CASP10, CASPS, CDC42, CEBPE,
CFB, CFD, CFH, CFHRI, CFHR2, CFHR3, CFHR4, CFHR5, CFI, CFP, COL7A1, COPA, CSF2,
CTLA4, DHX38, DNASE1L3, DNASE2, DOCKI11, DOCKS, DPP9, ELANE, ELF4, F12, FAS, FASLG,
FCN3, FMNL2, FOXP3, G6PC3, HAVCR2, HAXI, HCK, HPSI, HPS4, HPS6, HS35T6, HSPAIL,
HTRIA, IFIHI, IFITI, IKBKG, IL10, ILIORA, ILIORB, ILIS8BP, ILIRI, ILIRN, IL2], IL36RN, IL37,
ITGAM, JAKI, LACCI, LPIN2, LRBA, LSM11, LYN, LYST, MALTI, MASP2, MBL2, MEFV, MVK,
MYOF, NCF2, NCKAPI, NCKAPIL, NCSTN, NFAT5, NFKBI, NLRC4, NLRP1, NLRPI2, NLRP3,
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Seznam ¢innosti v ramci flexibilniho rozsahu akreditace

NOD2, NPCI, NRAS, OAS1, OTULIN, PIK3CG, PLCG2, PLG, PMVK, POLAI, POMP, PRF1, PRG4,
PSENI, PSENEN, PSMA3, PSMB10, PSMB4, PSMBS, PSMB9, PSMG2, PSTPIPI, PTPN2, RAB274,
RBCKI, RC3HI, RELA, RHOG, RIPKI, RNASEH2A4, RNASEH2B, RNASEH2C, RNF213, RNF3l,
RNU7-1, SAMHDI, SERPINGI, SH2DI1A, SH3BP2, SHARPIN, SLC29A43, SLC7A47, STAT2, STAT4,
STX11, STXBP2, STXBP3, SYK, TAPI, TAP2, TAPBP, TBKI, TGFBI, TLR7, TLRS, STINGI
(TMEM173), TNFAIP3, TNFRSF1A4, TREXI, TRIM22, TRNTI, TTC7A4, UBAI, UNCI13D, USP1§, WAS,
WDRI1, XIAP, ZNFXI

Panel mitochondrialni onemocnéni, leukodystrofie, vrozené poruchy glykosylace:

Mitochondrialni onemocnéni: AARS2, ACADY, ACO2, ADCK3, AGK, AIFMI1, APOPTI, ATAD3A,
ANTI, ATP5A1, ATP5D, ATPSE, ATP5SFID, ATPAF2, BCSIL, BOLA3, Cl0orf2, Cl120rf62, Cl20rf63,
C190rf70, C200rf7, C20rf64, C80rf38, CEP89, CLPB, CLPP, COA3, COA5, COA6, COA7, COA7,
COASY, COQ2, COQ4, COQ5, COQ6, COQY, COX10, COX15, COX411, COX412, COX6B1, COX7B,
CTBPI, CYCI, DARS2, DGUOK, DIAPHI, DLAT, DLD, DNA2, DNAJC12, DNAJC19, DNMIL, E4F1,
EARS2, ECHSI, ELAC2, ETHEI, FAM36A, FARS2, FASTKD2, FBXL4, FDXIL, FDXR, FLADI,
FOXGI, FOXREDI, GARS, GFMI1, GFM?2, GTPBP3, HARS2, HTRA2, CHCHDI10, IARS2, ISCAI,
ISCA2, ISCU, KARS, LARS, LARS2, LIPT2, LONPI1, LRPPRC, LYRM4, LYRM7, MARS2, MDH?2, ME?2,
MFF, MGME1 (C200rf72), MICUI, MIEF2, MPV17, MRM2, MRPL3, MRPL44, MRPS16, MRPS2,
MRPS22, MRPS34, MRPS7, MSTOI1, MTFMT, MTOI, MTPAP, NAXE, NBAS, NDUFAI, NDUFAIO,
NDUFAII, NDUFAI2, NDUFAI3, NDUFA2, NDUFA4, NDUFA9, NDUFAFI, NDUFAF?2,
NDUFAF3, NDUFAF4, NDUFAF6, NDUFAF7, NDUFBI11, NDUFB3, NDUFBS8, NDUFBY9, NDUFSI,
NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFSS, NDUFV1, NDUFV2, NFUI, CSNUS3,
NUBPL, OPAl, OPA3, OXAIL, PC, PCK2, PDHAI, PDHB, PDHX, PDPI, PDSSI, PDSS2, PETI00,
PITRMI, PMPCB, PNPTI, POLG, POLG2, PPA2, PUSI, RARS2, RMNDI, RMRP, RNASEHI,
RRM?2B, SARS2, SCOI, SCO2, SDHA, SDHAFI, SDHAF2, SDHB, SDHC, SDHD, SERACI, SFXN4,
SLC19A43, SLC25A410, SLC25A419, SLC25424, SLC25A426, SLC25A43, SLC25A44, SLC25A4, SLC25A446,
SLC3948, SPG20, SSBP1, SUCLA2, SUCLGI, SURFI, TACOI, TARS2, TAZ, TIMM50, TIMMDCI,
TK2, TMEMI1264, TMEMI126B, TMEM?70, TPK, TRAKI, TRITI, TRMT5, TRMU, TRNTI, TSFM,
TTC19, TUFM, TXN2, TYMP, UNG, UQCC2, UQCRB, UQCRC2, UQCRFSI, UQCRQ, USMGS},
VARS2, WARS2, XPNPEP3, YARS2;

Leukodystrofie: AARS, AARS2, ABCDI, ADARI, AGPS, AIFM1, AIMPI, ALDH3A2, AMT, APOPTI,
APP, ARSA, ASPA, ATAD3A, ATAD3B, ATNI, ATRN, AUH, BCAP31, BCKDHA, BCKDHB, BOLA3,
BPIFA2, CBS, CLCN2, CLPP, CNTNAPI, COL4A1l, COL442, COX6B1, CSFIR, CST3, CTCI, CTS4,
CYP27A1, D2HGDH, DARS, DARS2, DBT, DHAPAT, EARS2, EIF2BI, EIF2B2, EIF2B3, EIF2B4,
EIF2B5, EPRS, ERCC2, ERCC3, ERCC6, ERCCS, FAM126A4, FBXL4, FOLRI, FUCAI, GALC, GAN,
GBEl, GCDH, GCSH, GFAP, GJAl, GJBI, GJC2, GLA, GLBI, GLDC, GLRX5, GM24, GSN,
GTF2HS5, HEXA, HEXB, HMBS, HMGCL, HSPDI, HTRAI, IBA57, IDHI, IDH2, IKBKAP (ELPI),
ISCA2, ITM2B, KARS, L2HGDH, LAMA2, LAMBI, LIAS, LMBRDI, LMNBI, LYRM7, MLCI,
MMADHC, MMACHC, MOG, MTFMT, MTHFR, MTR, MTRR, NDUFA2, NDUFSI, NDUFS4,
NDUFS7, NDUFSS, NDUFVI, NFUI, NKX6-2 , NOTCH3, NUBPL, PCCA, PCCB, PEXI, PEXIO0,
PEXI2, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEXS5, PEX6, PEX7, PHGDH, PHYH,
PLPI, POLRIC, POLR3A, POLR3B, POLR3D, PSAP, PSATI, RARS, RARS2, RMNDI, RNASEH2A,
RNASEH?2B, RNASEH2C, RNASET2, RPIA, SAMHDI, SDHA, SDHAFI, SDHB, SLC16A42, SLC17A435,
SLCI19A43, SLCIA4, SLC2541, SLC25412, SNORDIIS, SOXI10, SPTANI, SUMFI, SURFI,
TMEM106B, TREM?2, TREXI, TTR, TUBB4A, TYMP, TYROBP, UFM1, VPS11;

Vrozené poruchy glykosylace (CDG): ALGT, ALGT10, ALGT1, ALG12, ALGT13, ALGT4, ALG2, ALG3,
ALG6, ALGS8, ALGY, ATP6AP1, ATP6VOAZ, B3GALT6, B3GLCT, BAGALT1, B4GALT7, CAMLG, CCDCT115,
COGIT, COGZ, COG3, COG4, COG5, COG6, COG7, COG8, DDOST, DHDDS, DHRSX, DOLK, DPAGTT,
DPM1, DPM2, EDEM3, EXT1, EXT2, FCSK, FUTS, G6PC3, GALNTZ, GALNT3, GFPT1, GLS, GNE, CHST14,
CHST6, LARGET, LFNG, MAGT1, MAN1BT1, MANZ2B2, MGATZ, MOGS, MPDU1, MPI, NGLYT, NUST,
PGAPZ2, PGAP3, PGM1, PGM3, PIGA, PIGL, PIGM, PIGN, PIGO, PIGS, PIGT, PIGV, PIGW, PMMZ2, POMK,
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A

POMT1, POMTZ2, RFT1, SEC23B, SLC35AT, SLC35A2, SLC35CT, SLC37A4, SLC39A8, SRD5A3, ST3GAL3,

ST3GALS5, STT3A, STT3B, TMEM 165, TMEM199, RXYLTT, XYLT1, XYLTZ2

ATP7B, DNAJC30, EXTI1, EXT2, MECP2, OPAI, SCO2, SURFI, UROD

816/2
816/3 NC 012920.1:m.3460G>A; NC 012920.1:m.11778G>A; NC _012920.1:m.14484T7>C
816/4 ATP7B (p.His1069GIn), HFE (p.His63A4sp, p.Ser65Cys, p.Cys282Tyr), MECP2; mtDNA (MT-NDI:
m.3460G>A4, MT-ND4: m.11778G>A, MT-ND6: m.14484T7>C)
Vysvétlivky:

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 analyti/parametrti

D - Flexibilita tykajici se vySetfovaného materialu

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

SCID — tézky kombinovany imunodeficit

SMA — spinalni svalova atrofie

mtDNA — mitochondrialni deoxyribonukleova kyselina

LHON - Leberova hereditarni opticka neuropatie

RFLP - restriction fragment length polymorphism - restrikéni analyza
HRM - high resolution melting - vysokorozliSovaci analyza kiivek tani
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