Geneticka laboratotr PRONATAL
Roskotova 1717/2, 140 00 Praha 4

VySetieni:

Priloha je nedilnou soucasti

osvédceni o akreditaci ¢.: 537/2022 ze dne 10. 11. 2022

Akreditovany subjekt podle CSN EN I1SO 15189:2013:

PRONATAL s.r.0.

Laborator uplatiiuje flexibilni pristup k rozsahu akreditace upiesnény v dodatku. Aktudlni seznam
cinnosti provadénych v ramci flexibilniho rozsahu ma laborator k dispozici u vedouciho laboratore.

P¥esny nazev
postupu vysetieni

Identifikace
postupu vySetieni

Predmét vySetieni

802 - Lékarska mikrobiologie

Piimy pritkaz DNA 3-SOP-SP-38 Cervikalni a uretralni stér,
bakterii se vztahem mo¢

k neplodnosti metodou

real-time PCR "

Piimy prikaz virovych 3-SOP-SP-39 Sérum, plazma, slizni¢ni

nukleovych kyselin
metodou real-time PCR

2)

stéry, sliny

816 - Laborato¥ lékai'ské genetiky

Vygetfeni ' 3-SOP-SP-14 Periferni krev, buiiky
chromozomovych aberaci plodové vody, biopsie
metodou FISH choria, tkan abortu,
pupecnikova krev
Neobsazeno
VysSetfeni karyotypu 3-SOP-SP-24 Periferni krev, bunky
plodové vody, biopsie
‘ choria, tkan abortu,
| pupeénikova krev
Vysetfeni trombofilnich ~ 3-SOP-SP-30 Biologicky material
mutaci metodou real-time obsahuyjici lidskou
PCRY jadernou DNA
Vysetfeni mutaci 3-SOP-SP-34 Biologicky material
vybranych genti metodou obsahujici lidskou
fluorescencni multiplex jadernou DNA
PCR a naslednou
fragmentaéni analyzou #
Vy§etieni mikrodeleci na | 3-SOP-SP-36 Biologicky material
chromozomu Y metodou obsahujici lidskou
fluorescenéni multiplex jadernou DNA
PCR ¥
VySetieni aneuploidii 3-SOP-SP-37 Biologicky material
chromozomu 13, 18, 21, X obsahujici lidskou
a Y metodou QF PCR ¢ jadernou DNA
Neobsazeno ‘
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Poradové Piesny nazev Identifikace ) g e
Eisto postupu vySetieni postupu vyseti‘eni Pfedmét vySetieni
9. | Preimplanta¢ni genetické |3-SOP-SP-42 Blastomery, buiiky
| testovani aneuploidii 24 trofektodermu

chromozomu (PGT-A) a
preimplantacni genetické
testovani strukturnich
chromozomovych aberaci
(PGT-SR) metodou NGS

10. | VySetfeni vybranych gent 3-SOP-SP—43 Periferni krev, biologicky
metodou NGS 7 material obsahujici lidskou
Jadernou DNA
11. | VySetfeni vybranych genti | 3-SOP-SP-44 Periferni krev, biologicky
metodou MLPA ¥ material obsahujici lidskou
jadernou DNA
12. | Preimplantacni genetické | 3-SOP-SP-46 Blastomery, buriky
testovani monogennich trofektodermu
chorob (PGT-M) metodou
PGH a naslednou
fragmentacni analyzou *

Dodatek:
Flexibilni rozsah akreditace

Poradova ¢&isla postupii vySetieni

V odbornosti 802 : 1, 2

¥ odbornosii 816- 5, 6, 7. 10, I1. I2

Laboratoi mtize modifikovat v dodatku uvedené postupy vysetieni v dané oblasti akreditace pii zachovani principu méfeni.

U vySetfeni v dodatku neuvedenych nemiize laboratoi uplatilovat flexibilni ptistup k rozsahu akreditace

Vysvétlivky a zkratky:

FISH fluorescenéni in situ hybridizace (Fluorescent In situ Hybridization)

CGH komparativni genomova hybridizace (Comparative Genomic Hybridization)
PCR polymerazova fetézova reakce (Polymerase Chain Reaction)

QF PCR kvantitativni fluorescenéni PCR (Quantitative Fluorescent PCR)

AZF azoospermaticky faktor (Azoospermic Factor)

MLPA Multiplex ngatLO}depend{lt Probe Amplification

NGS Next Genera‘[/l}aﬁ &éffuer‘?&ﬂ%

PGH pielmplantacﬁl}?gene icq hap;\t\ypovam
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PGT-A preimplantacni genetické testovani aneuploidii

PGT-SR preimplanta¢ni genetické testovani strukturnich aberaci
PGT-M preimplantacni genetické testovani monogennich chorob
SMN gen pro spinalni muskulérni atrofii

UprFesnéni rozsahu akreditace
b Chlamydia trachomatis, Mycoplasma hominis, Ureaplasma species
%) Virus hepatitidy B, virus hepatitidy C, virus SARS-CoV-2

3) Vysetteni nasledujicich mutaci: Leidenska mutace (G1691A) v genu pro faktor V (F3)
a mutace (G20210A) v genu pro faktor II (protrombin) (#2)

% Vysetfeni nasledujicich mutaci v genu pro cystickou fibrézu (CFTR): c.54-

5940 273+10250del21080 (CFTRdele2,3); ¢.178G>T (E60X); ¢200C>T (P67L);
c.254G>A (G85E); ¢.262 263delTT (394delTT); c.313delA (444delA); ¢.349C>T
(R117C);  ¢350G>A  (R117H); ¢366T>A  (Y122X);c.489+1G>T(621+1G>T);
c.579+1G>T (711+1G>T); ¢.617T>G (L206W); ¢.948delT (1078delT); c.1000C>T
(R334W); ¢.1040G>C (R347P); ¢.1040G>A (R347H); ¢.1364C>A (A455E);
c.1519 1521delATC (I507del); ¢.1521 1523delCTT (F508del); c.1545 1546delTA
(1677delTA); ¢.1558G>T (V520F); ¢.1585-1G>A (1717-1G>A); ¢.1624G>T (G542X);
c.1647T>G (S549R(T>G)); ¢.1646G>A (S549N); c.1652G>A (G551D); ¢.1657C>T
(R553X); ¢.1679G>C (R560T); c.1680-886A>G (1811+1.6kbA>G); ¢.1766+1G>A
(1898+1G>A); ¢.2012delT (2143delT); ¢.2052delA (2184delA); ¢.2215delG (2347delG);
c.2538G>A (W846X); ¢.2657+5G>A (2789+5G>A); ¢.2668C>T (Q890X); ¢.2988+1G>A
(3120+1G>A); ¢.3140-26A>G  (3272-26A>G); ¢.3196C>T (R1066C); ¢.3276C>A
(Y1092X(C>A)); ¢.3302T>A (M1101K); ¢.3454G>C (D1152H); ¢.3472C>T (R1158X);
¢.3484C>T (R1162X); ¢.3528delC (3659delC); ¢.3718-2477C>T (3849+10kbC>T);
¢.3752G>A (S1251IN); ¢.3773dupT (3905insT); ¢.3846G>A (W1282X); ¢.3909C>G
(N1303K); ¢.1210-12T(5)/(7)/(9) (IVS9-5T; IVS9-7T a IVS9-9T). Referencni sekvence:
NM 000492.3

Vysetfeni mutace 35delG v genu GJB2 v genu pro connexin 26

S Vygetfované lokusy: Ypl1.3(SRY.ZFY); AZFa(sY84,sY86); AZFb(sY127,sY134);
AZFc( sY254,5Y255)

8) Vysetfované lokusy: D13S742, D13S634, D13S634, D13S628, D13S1492, D185978,
D18S535, D18S386, GATA178F11, DI18S1364, D21S1435, D21S11, D21S1411,
D21S1444, D13S800, D13S252, D18S386, D18S1002, D185976, D2151446, D21S52055,
DXS1187, DXS1187, DXS981, X[;LBE,% DXS2390, DXYS267, DXYS218, AMELX,

AMELY, ZFY, ZFX, SRY, T1(7 ;@m,m 3p24.2.Xq21.1)

)
VySetfované geny panely ,GZECANCA@E ze 1.22: AIP, ALK, APC, APEXI, ATM,
ATMIN, ATR, ATRIP, AURK M ABA?P{[ , BAPI, BARDI, BLM, BMPRIA, BRAP,
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BRCAI, BRCA2, BRCC3, BRE, BRIPI, BUBIB, CIlIORF30, CI90RF40, CASPS,
CCNDI, CDC73, CDHI, CDK4, CDKNIB, CDKNIC, CDKN24, CEBPA, CEP57,
CLSPN, CSNKID, CSNKIE, CWFI19L2, CYLD, DCLREIC, DDB2, DHFR, DICERI,
DMC1, DNAJC21, DPYD, EGFR, EPCAM, EPHXI, ERCCI, ERCC2, ERCC3, ERCC4,
ERCCS, ERCC6, ESRI, ESR2, EXOI, EXTI, EXT2, EYA2, EZH2, FAMI754, FAMI175B,
FANI, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, FANCL,
FANCM, FBXW7, FH, FLCN, GADD454, GATA2, GPC3, GRB7, HELQ, HNFI4,
HOXBI13, HRAS, HUSI, CHEKI, CHEK2, KAT5, KCNJ5, KIT, LIG!, LIG3, LIG4, LMOI,
LRIGI, MAX, MCPHI, MDCI, MDM2, MDM4, MENI, MET, MGMT, MLHI, MLH3,
MMPS8, MPL, MREIIA, MSH2, MSH3, MSHS5, MSH6, MSRI, MUS81, MUTYH, NATI,
NBN, NCAMI, NELFB, NFl, NF2, NFKBIZ, NHEJI, NSDI, OGGI, PALB2, PARPI,
PCNA, PHB, PHOX2B, PIK3CG, PLA2G24, PMS1, PMS2, POLB, POLDI, POLE,
PPMID, PREX2, PRFI1, PRKARIA, PRKDC, PTCHI, PTEN, PTTG2, RADI, RADI7,
RADIS, RAD23B, RAD50, RADS51, RAD5IB, RADSIC, RAD5ID, RADS5SIAPI, RADS2,
RAD54B, RAD>4L, RADY9A4, RBI, RBBPS, RECQOL, RECQL4, RECQOLS, RET, RFCI,
RFC2, RFC4, RHBDF2, RNF146, RNF168, RNFS, RPAI, RUNXI, SDHAF2, SDHB,
SETBPI, SETX, SHPRH, SLX4, SMAD4, SMARCA4, SMARCBI, SMARCEI, STKII,
SUFU, TCLi4, TELO2, TERF2, TERT, TLR2, TLR4, TMEMI27, TOPBP1, TP353,
TP53BP1, TSCI, TSC2, TSHR, UBE24, UBE2B, UBE2], UBE2V2, UBE4B, UIMCI, VHL,
WRN, WT1, XPA, XPC, XRCCI, XRCC2, XRCC3, XRCC4, XRCC5, XRCC6, ZNF350),
ZNF365

Vysetiované choroby a geny panelu Compa-test verze 6: Deficit acyl-CoA dehydrogendz
mastnych kyselin se strednim, kratkym a velmi dlouhym fetézcem (ACADM, ACADS,
ACADVL), Ushertv syndrom (HADHA, ADGRVI1, MYO7A, PCDHI15, USHIC, USH2A,
CDH23, CLRNI), Coriho choroba (AGL), Hypofosfatazie (ALPL), ANXAS5 M2 haplotyp,
Syndrom necitlivosti na androgeny (4R), Metachromatickd leukodystrofie (ARSA),
Argininosukcinat-lyazovy deficit (4SL), Canavanova choroba (ASPA), Citrulinémie typ I
(ASST), Ataxia-telangiectasia (4A7M), Wilsonova choroba (A7P7B), Bloomiv syndrom
(BLM), Deficit biotinidazy (BTD), Homocystinurie klasicka (CBS), Cysticka fibroza
(CFTR), Vrozeny myastenicky syndrom (CHRNE), Alportiv syndrom (COL4A5),
Cystindza (CTNS), Deficit 21-hydroxylazy (CYP21A42), Cerebrotendindézni xanthomatoza
(CYP27A1), Smith-Lemli-Opitz syndrom (DHCR7), Trombofilni mutace ¢.20210G>A v
genu pro prothrombin (F2), Trombofilni mutace ¢.1691G>A (Leiden) v genu pro FV (F5),
Tyrosinémie (FAH), Polymorfismus p.Ser680Asn v genu pro receptor FSH (FSHR),
Hepatorenalni glykogenodza typl A von Gierke (G6PC), Galaktosémie (GALT), Gaucherova
choroba (GBA), Glutarova acidémie, typ 1 (GCDH), Nesyndromicka ztrata sluchu (GJB2).
Fabryho choroba (GLA), GMI-gangliosidéza (GLBI), Mukolipidoza II-III (GNPTAB),
Beta talasémie (HBB), Hemoglobillgpa ie_E (HBB), Srpkovitd anémie (HBB), Tay-
Sachsova choroba (HEXA), Hemochromatoza, (HFE), Mukopolysacharidéza typu I
(IDUA), X-vazana zavazna %{é@;ﬁihov&né %‘Igp ucha imunity (/L2RG), Deficit 3-

Methylcrotonyl-CoA karboxyl"’ﬁ’(ﬂ{@ 3 M@;C '2), Stiedomoiska horecka (MEFT),

Myotubularni myopatie, X-v kz'é%aé /*(_‘M ), Nijmegen Breakage syndrom (NBN),

Niemann-Pickova choroba (A{f-’ﬁgfmmNPCZ}::ﬁ }ﬁyMPD]), X-vézany deficit ornitin
") 3y
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transkarbamylazy, (OTC), Phenylketonurie (PAH), Zellweger Syndrom Spectrum (PEX],
PEX2, PEX6, PEX10, PEXI12, PEXI3, PEXI4, PEXI6), Chondrodysplasia punctata
(PEX7), Vrozena porucha glykosylace (PMM2-CDG), Alpha-1 antitrypsinovy deficit
(SERPINAI), Mukopolysacharidoza typ IHIA (SGSH), Pendred syndrom (SLC26A44),
Spindlni muskularni atrofie (SMN/), Lamelarni ichtyoza (TGM]I), Neuronalni ceroidni-
lipofuscinoza (TPP1)

VySettované geny: SMNI, SMN2, BRCAI, BRCA2, CHEK2, EPCAM, MDH6, MUTYH,
NFI, ATM, TP53

Zavedené postupy na PGT-M (monogennich chorob):

Adrenogenitalni syndrom (deficit 21-hydroxylazy, CYP21A42), Adrenoleukodystrofie
(ABCDI), Achondroplazie (FGFR3), Aicardi-Goutiere syndrom (RNASEHZ2B), Alportiv
syndrom (COL4AS5), Polycystoza ledvin (PKDI, PKD?2), Hereditarni syndrom prsu a ovarii
(BRCAI, BRCA2), CADASIL (Cerebral Autosomal Dominant Arteriopathy with
Subcortical Infarcts and Leukoencephalopathy) (NOTCH3), Cysticka fibroza (CFTR),
Charcot-Marie-Tooth (PMP22, CMTXI, GJBI pro connexin 32), Cytopenie (GATAI),
Deficit biotinidazy (BTD), Duchenneova muskularni dystrofie (DMD), Ehlers-Danlos
syndrom (COL341), Ektrodaktylie (TP63), Epidermolysis bullosa (COL7A1), Epitelialni
zanét (EGFR), FRAXA (FMRI), Galaktosemie (GALT), Hemofilie A (F8), Hemofilic B
(F9), Huntingtonova chorea (HTT,IT15), Ichtyosis (KRTI0), Incontinentia pigmenti
(IKGKB, diive NEMQ), Jeune syndrom (DYNC2H1), Kardiomypathie (MYBPC3), Krabbeho
choroba (GALC), Li-Fraumeni (7P53).L1G4 syndrom (LIG4), Lynchiv syndrom (MLHI,
MSH2), Marfaniv syndrom (FBNI), Merozin-deficientni svalovd dystrofie (LAMA2),
Mukopolysacharidoza typ 1A (SGSH), Multicysticka dysplazie ledvin (NPHP4), Muscle-
eye-brain syndrom (POMGNTI), Myotonickd dystrofie (DMPK), Neu-Laxova syndrom
(PHGDH), Neurofibromatoza (NFI, NF2), Noonanové syndrom (LZTRI), Pankreatitida
hereditarni (PRSST), Periodicka hypokalemicka obrna (CACNAIS), Retinitis pigmentosa
(PRPF31/RP11), Rhabdoid Tumor Predisposition Syndrome (SMARCA4/BRGI),
Sandhoffova choroba (HEXB), Smith-Lemli-Opitz syndrom (SLOS, gen DHCR?7), Spinalni
muskularni atrofie (SMNI), Spinocerebelarni ataxie (SCA77), Stickleriv syndrom
(COL2A1I), Syndrom testikularni feminizace (AR), Treacher-Collins syndrom (TCOFI),
Tuberozni sklerdéza (TSCI, TSC2), Von Hippel Lindau syndrom (VHL), Wagner-Lehm
syndrom (familiarni hypertroficka kardiomyopatie, MYL2), Zellweger syndrom (PEX],
PEX13)




