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ZKRATKA

A - akreditovana metoda GHC GENETICS, s.r.0., AP — akreditovand metoda Laboratore Iékafské genetiky, s.r.0.
TRANSPORTNi PODMINKY: Typ vzorku (zkratka); objem, typ média; Cas dodani vzorku od odbéru.
Teplota transportu vSech vzorki: 4-25 °C, nezmrazit!

Periferni krev v EDTA (K); 2-5mlvEDTA; do 72 h
Plodova voda (AMC); 15-20 ml; do 12 h
Periferni krev (KH) v heparinu; 3-6 ml; do 48 h

Bukalni stér (B); stérova tyCinka, bez média,
do 5 kalendéfnich dni

Choriové klky (CVS); fyziologicky roztok nebo
kultivaéni médium; do 12 h

Fetalni tkai (AB); tkan z abortu ve fyziologickém
roztoku nebo kultivacnim médiu; do 24 h

Fetalni krev (FK); 3-6 ml v heparinu (cytogenetika)/
EDTA (mol. genetika); do 12 h

HEMATOGENETIKA / KARDIOGENETIKA

HEMATO0-ONKOGENETIKA
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nazev vysetieni specifikace vySetieni material dny

Trombofilie — faktor V [CISTATIM 5 dnii  F5 (Leidenska mutace, ¢.1691G>A) A/AP K B 10

Trombofilie — faktor Il CJSTATIM 5 dnii  F2 (protrombin, ¢.20210G>A) A/AP K, B 10
Trombofilie — faktor V/R2 F5/R2 (p.H1299R) K,B 10
Trombofilie — faktor Xl F13A1 (p.v34L) K,B 10
Trombofilie MTHFR MTHFR (c.677C>T, ¢.1298A>C) A KB 10
Trombofilie PAI-1 PAI-1, gen SERPINET (alela 4G/5G) A KB 10
M2 haplotyp genu ANXA5 ANXA5 (4 polymorfismy) K, B 10
Beta-talasémie HBB (B-globin, 22 mutaci) K, B 15
Beta-talasémie PLUS HBB (3-globin, cely gen) K, B 20
Familiarni hypercholesterolémie APOB-100 (p.R35000Q) K, B 10
Familiarni hypercholesterolémie PLUS LDLR, APOB, PCSK9 (cely gen) K 60
mické choraba srdeén / Alhemerova choroba  #"0% 44 E2 E0.£9 ke 10
/Trgg:‘i’m‘;ﬁzc;e p/ f:;zl;zmické choroba srdeeni .o\ oen 16A28 (o.L33P) KB 10
Hypertenze / Ischemicka choroba srdecni ACE (inzerce/delece 287 kb) K,B 10

Ischemicka choroba srdecni /

Cévni mozkova prihoda FGB (c.-455G>A) K.B 10
Chronicka obstrukéni plicni nemoc / Deficit a1-antitrypsinu, SERPINAT, alela S (p.E264l) KB 10
Emfyzém plic aalela Z (p.E342K) J
Hemochromatodza HFE (p.C282Y, p.H63D) A KB 10
Hemochromatéza PLUS HFE (12 mutaci), TFR2 (4 mutace), FPN1 (2 mutace) K, B 10
Gilbertiiv syndrom UGT1A1 (promotor, TATA box) A KB 10
Chronicka myeloidni leukémie BCR/ABL fiizni gen K (7 ml) 7
Myeloproliferativni onemocnéni .
I STATIM 3 dny JAK2 (p.V617F) K 5-7
Myeloproliferativni onemocnéni JAK2 (p.V617F) — kvantitativni stanoveni K 15
Chronicka lymfocytarni leukémie Stanoveni mutacniho stavu genu /GVH K 10
Chronicka lymfocytarni leukémie Stanoveni mutacniho stavu genu 7P53 K 15-20
_ _ o VlySetfeni genomovych aberaci 11g- (ATM), +12, 13-
Chronicka lymfocytarni leukémie - FISH (LAMP?, DLEL) a 17p- (TP53) AP K 15
. - - ASXL1, CALR, CUXT, DNMT3A, EZH2, IDH1, IDHZ, JAK2, KIT,
Myeloproliferativni onemocnéni PLUS o /0" sray srogs, Srse, TET2, P53, UzAFT K 15
Myeloproliferativni onemocnéni MPL (p.W515L/K) K 15
Myeloproliferativni onemocnéni CALR (exon 9) K 15
Myeloproliferativni onemocnéni JAK2 (exon 12) K 15

odbér 8-10 ml v EDTA (v PO, UT, ST), transport do 24 h.
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nazev vysetieni

Celiakie

Laktdzova intolerance
Hereditarni fruktozova intolerance
Histaminova intolerance

Ankylozujici spondylitida
(Bechtérevova choroba)

IMUNOGENETIKA
L OO o

specifikace vySetieni material
HLA alely DQA1, DQB1 (haplotypy DQ2cis, KB
DQ2trans, DQ8) A ’
LCT (C/T-13910, G/A -22018) K, B
ALDOB (del4E4, p.A149P, p.A174D, p.N334K) K,B
AOC1 (4 vybrané mutace) K, B
HLA (alelicka skupina B*27) A K, B

[]  Metabolismus warfarinu CYP209 (c.430C>T, ¢.1075A>C); VKORCT (c.-1639G>A) K, B
. S e DPYD (c.1905+1G>A, ¢.1236G>A, ¢.1679T>G,
E [ | Chemoterapie 5-FU (pied Iéébou) ¢.2846A>T) K, B
[T}
E [ ] Metabolismus thiopurinovych légiv TPMT (c.238G>C, ¢.460G>A, ¢.719A>G) K, B
S
E [ ] Farmakogenetika CYP2C19, CYP2D6 28 vybranych alel, delece a duplikace celych genli K,B
<<
E [ |  Metabolismus klopidogrelu (CYP2C19) 8 vybranych alel K,B
L
[ 1 Farmakogenetika statinti SLCO1B1 (c.521T>C) K,B
Karyotyp (chromoz. vySetieni, G-pruhy) g . KH, AMC, CVS,
L] ~ STATIM 10 dngy  &Pa"¢ barven AB, FK
Ziskané chromozomové aberace , I .
[] (ZCA, zlomy) ~ STATIM 10 dni Analyza zlomovych mist chromozomii KH
§ [ ] VySetfeni gonozomalni mozaiky Chromozomy X/Y AP KH, ﬁg’l%KC VS,
= - . .
[T} QF-PCR diagnostika — aneuploidie K, BS, AMC, CVS,
= L1 \iyiné dodat bukeini sérnebo kre probancky  CTOMOZ0mY 13,18, 21, XY AP AB, FK
S
= (] EE;:;EX(:? gnostika — aneuploidie Chromozomy 13, 15, 16,18,21,22,X,Y K, BS, AMC, CVS,
4 AP
g Nutné dodat bukalni stér nebo krev probandky AB, FK
(=]
e [ | ArrayCGH SurePrint G3 ISCA v2 CGH ap  KAME, CVS,
& AB, FK
[ Panel genii asociovanych s reprodukéni
ReproScreen® genetikou K, B
Jiné vySetieni
(po domluvé s laboratofi):
REPRODUKCNI GENETIKA - indiikuje Klinicky genetik, transport do 24 h, AMC optimainé analyzovat do 12 h
[ ] DentalScan® (DentalGen® + DentalBac®) G
K [ | DentalGen® IL1A, IL1B, IL1RN, HLA-DRB1 G

JINE

[ ] DentalBac®

Aggregatibacter actinomycetemcomitans, Porphyromonas gingivalis,
Prevotella intermedia, Tannerella forsythia, Treponema denticola, Parvimonas G
micra, Campylobacter rectus, Eikenella corrodens, Fusobacterium sp.,

Capnocytophaga gingivalis, Eubacterium nodatum

Doba trvani genetického testu se uvadi v pracovnich dnech.
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HEREDITARNI SYNDROMY indikuje Klinicky genetik

DALSI HEREDITARNI CHOROBY indikuje klinicky genetik
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nazev vySetieni specifikace vySetieni material

Hereditarni nadorové syndromy A

[ | Hereditarni karcinom prsu a ovarii - HBOC (BRCA1, BRCA2, PALB2, CHEK2) A/AP; [ | Hereditarni
karcinom prostaty (CHEK2, HOXB13) A/AP,; [ JLi-Fraumeni syndrom (TP53) A/AP; [] Lynchiiv
syndrom — HNPCC (MLH1, MSH2, MSH6, EPCAM, PMS2) A/AP, || Familiarni adenomatozni polypéza
(FAP) (APC, MUTYH) A/AP, [ | Peutziiv-Jeghersiiv (STK11) A/AP, [ ] cowdentv syndrom (PTEN) A/AP,
[ | Hereditarni difuzni karcinom Zaludku (CDH1) A/AP, [ | Familiarni melanom (CDKN2A, CDK4),

[ Jvon Hippelova-Lindauova syndrom (VHL), [ | Hereditarni leiomyomatoza a renalni karcinom (FH),
(| Familiarni medulérni karcinom $titné Zlazy/ MEN II/ Hirschprungova choroba (RET),

[ | Ataxia telangiectasia/ HBOC (ATM), [ Hereditarni pankreatitida (PRSS1, PRSS2, SPINK1), K
[] Polycysticka choroba ledvin (PKD1, PKD2, PKHD1)*

Geny vySetfované metodou NGS: APC, ATM, ATR, ATRIP BAP1, BARD1, BLM, BMPR1A, BRCAT, BRCAZ2, BRIP1, CDH1, CDK4, CDKN1B, CDKN1C,
CDKN2A, CTNNA1, CYLD, DDX41, DICER1, EPCAM, ERCC2, ERCC3, EXO1, FAM175A/ABRAXAS1, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF,
FANCG, FANCI, FANCL, FACNM, FH, FLCN, GATA2, GREM1, HNF1B, HOXB13, CHEK2, KIT, LZTR1, MAP3K1, MENT, MET, MITF, MLH1, MLH3, MRE11,
MSH2, MSH6, MUC1, MUTYH, NBN, NF1, NF2, NTHL1, PALB2, PMS2, POLD1, POLE, PRKARTA, PTEN, PTCH1, RAD50, RAD51C, RAD51D, RB1, RECAL,
RECQL4, RECQL5, REN, RET, SAMHD1, SCG5, SDHA, SDHAF2, SDHB, SDHC, SDHD, SLX4, SMAD4, SMARCA4, SMARCB1, SMARCE1, STK11, SUFU,
TERT, TGFBR, TGFBR2, TMEM127, TP53, UNC13D, VHL, WRN, WT1.

Geny vysetfované metodou digitélni MLPA analyza: APC, ATM, BAP1, BARD1, BMPR1A, BRCA1, BRCA2, BRIP1, CDH1, CDK4, CDKN2A,
EPCAM (exon 7-9), CHEK2, SCG5/GREM1 (intron 2 SCG5 aZ upstream oblast GREM1; duplikace 15q13.3), MITF (c.952G>A), MLH1, MSH2, MSH6,
MUTYH, NBN, PALB2, PMS2, POLE (c.1270C>G), PTEN, RAD51C, RAD51D, SMADA, STK11, TP53

*V rdmci vySetfeni zvoleného syndromu jsou uvedenymi metodami souc¢asné vySetfeny vSechny geny onkopanelu.

Panel genii asociovanych s onemocnénim:

Klinicky exom (CES) 4 493 genl + mitochondridlni DNA A
Cely exom (WES) 19 425 genli + mitochondridini DNA K
Izolace DNA Izolace DNA z primérniho vzorku, zméfeni koncentrace a Gistoty DNA K, B
Prediktivni test specifické varianty genu AP KB
gen/varianta ,
Verifikace specifické varianty genu AP ‘B
gen/varianta Y
nazev vysetreni specifikace vySetieni material

Cysticka fibréza

C1STATIM 7 dnii CFTR (50 variant + NS9-TGm(T)n) A/AP K, B,AMC, CVS, AB
Syndrom fragilniho X (FRAXA)  FMR1 AP K, B,AMC, CVS, AB
Spinalni muskularni atrofie SMN1, SMN2 (MLPA) AP K, AMC, CVS, AB
Mikrodelece Y-chromozomu AZFa, AZFb, AZFc, vietné SRY AP K, B,AMC, CVS, AB
smg;n'::r)g::;cm CISTATIM 7 dnit " K, AMC, CVS, AB
Wilsonova choroba ATP7B (cely gen) A K, B,AMC, CVS, AB

Crohnova choroba NOD2/CARD15 (¢.2104C>T, €.27226>C, ¢.3019_3020insC) K, B, AMC, CVS, AB

Vrozena nesyndromova ztrata

sluchu GJB2 (cely gen) AP

K, B, AMC, CVS, AB

Idiopaticky maly vzrist SHOX (MLPA) K, AMC, CVS, AB

Osteopordza COL1A1 (c.104-441G>T); VDR (c.1174+283G>A) K, B, AMC, CVS, AB
EDAZ2R, AR (5 vybranych mutaci) K, B
K, B, AMC, CVS, AB

K, B, AMC, CVS, AB

Alopecie (pleSatost)
Smith-Lemli-Opitziiv syndrom  DHCR7 (vybrané patogenni varianty) AP
Marfaniiv syndrom FBN1

Jiné vySetieni

(po domluvé s laboratofi):
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