














Indikace MKN/ORPHA Rozsah Frekvence

94946 Def. faktoru V (Leiden) odb. 208, 101, 
202, 603, 128- 

se statutem 
vysoce 

centra.  

D 68.x, I 74.x, 
O 15.x, O 
02.0, O 02.1, 
O 45.x, O 
03.x, P 05.x, 
N 96, N 97, 
F64.0

F5 1691G>A 1 521

94947 Faktor II 20210G>A odb. 208, 101, 
202, 603, 128- 

se statutem 
vysoce 

centra.  

D 68.x, I 74.x, 
O 15.x, O 
02.0, O 02.1, 
O 45.x, O 
03.x, P 05.x, 
N 96, N 97, 
F64.0

F2 20210G>A 1 521

94949
centra:
VFN Praha, 
FN Hradec 

FN Brno-
Bohunice, FN 
Ostrava, FN 
Olomouc, UHKT

D 68.2, D 
68.5, D 68.8, 
D 68.9, E 
72.1, I 74.x, O 
15.x, O 02.0, 
O 02.1, O 
45.x, O 03.x, 
P 05.x, 

5 420

94950 odb. 208 E 84.x, N 46, 
Z 82.5

CFTR 10 175

94951 odb. 208, 109, 
207

M.45.x HLA B27 1 854

94952 Delece AZF oblasti na 
chromozomu Y (sterilita u 

odb. 208, 613 , 
603, 706

N46, Q56.4 SRY SRY,ZFX,ZFY,AZFa,A
ZFb,AZFc

4 026

94953 Defekt apoliproproteinu E odb. 208, 105,  

odb. 101 v 

na dg. 
hypolipidemik.

E78.9 APOE APO E2/3/4 2 050



94954
plazminogenu (PAI-1) centra: 

VFN Praha, FN 

FN Brno-
Bohunice,
FN Ostrava,
FN Olomouc, 
UHKT,                                               

PZS se statutem 
vysoce 

centra

D68.9 SERPINE1 (-675)4G/5G 1 025

94955 odb. 208, 202, 
101  

E83.1 HFE H63D, S65C,C282Y 3 075

94956
hypercholesterolemie 

apoliproproteinu  B-100 
(FDB)

odb. 208, 101,  

105  

smlouvu na dg. 
Hypolipidemika.

E78.9 APOB R3500Q 1 025

94957 Cytochrom P450, 
polypeptid 2C9 + VKORC 1

odb. 208, 202, 

PZS se statutem 
vysoce 

centra.  

E88.8 CYP2C9 416C>T, 1061A>C 2 050

94958 Glykoprotein IIIa 
(trombocytopenie)

odb. 208, 202 D68.9 ITGB3 L33P, T393C 2 050

94959
enzym (hypertenze, 
Alzheimerova choroba)

odb. 208, 202, 
101, 209, 210

Z86.7 ACE I/D 1 025

94960 odb. 208, 105, 
301, 207

K90.0 DQA1*0501-
DQB1*0201 v 
pozici cis (haplotyp 
DQ2.5cis), 
DQA1*0505 - 
DQB1*0301/ 
DQA1*0201 - 
DQB1*0202 v 
pozici trans 
(haplotyp 
DQ2.5trans) a 
DQA1*0301-
DQB1*0302 v 
pozici cis (haplotyp 
DQ8.1). 

4 831

94961 Def. faktoru XIII 
(koagulace, stabilita 
fibrinu)

odb. 208, 202 D68.9 FGA Val34Leu 1 025

94962 Beta-fibrinogen (FGB) odb. 208, 202 D68.9 FGB (-455)G>A 1 025
94963 odb. 208, 105, 

207
E73.x LCT (-13910)C>T, (-

22018)G>A
2 050

94964 Def. alfa-1-antitrypsinu odb. 208, 205, 
207 

Z87.0, Z83.6 SERPINA1 E264V, E342K 2 050

94965 Thiopurin S- odb. 208, 105, 
109, 301, 101, 
202, 207, 209

E88.8 TPMT 238G>C,460G>A,71
9 A>G 

3 075

94966 Cytochrom P450 2C19 odb. 208, 101, 
209, 305, 306, 
350, 935

E88.8 CYP2C19 19154G>A, 
17948G>A, -806C>T

3 075

94967
13,18,21, X a Y metodou 
QF PCR

odb. 208 O 35.1 nestanoveno 21, 18, 13, X, Y 1/graviditu 7 875

94968
DFNB1

odb. 208 H91.8, Z82.2 GJB2 sekv, IVS1 5 030



94969 Wilsonova choroba (WD) odb. 208      E83.0, Z82.7 ATP7B
sekvenace 

nikoli NGS. Cena by 

28 350

94970 odb. 208,  209 v 

Motol, FN 
Ostrava, FN Brno  

G12.x, Z82.7 SMN1, SMN2 delece exonu 7 a 8 7 796

94971 odb. 208 F89, Z82.7, 
Q99.2.

FMR1 expanze 1 708

94972 odb. 208 F89, Z82.7 FMR1 expanze 9 450

94979
Duchenne/Becker

odb. 208, 209 v 

Motol, FN Brno   

G71.0, Z82.7 DMD/BMD 15 593

94980
I (DM1)

odb. 208, 209 v 

Motol, FN Brno  

G71.0, Z82.7 DMPK expanze 12 077

94981
syndromy

odb. 208 Z80.x, Z85x, ATM, APC, BARD1, 
BRCA1, BRCA2, BRIP1, 
CDH1, CHEK2, EPCAM, 
MLH1, MSH2, 
MSH6,MUTYH, 
NBN,PALB2, 
PMS2,PTEN, RAD51C, 
RAD51D, STK11, TP53, 
BAP1, BMPR1A, CDK4, 
CDKN2A, FH, FLCN, 
HOXB13, MEN1, MET, 
NF1, NF2, POLD1, 
POLE, PTCH1, RB1, 
RET, SDHB, SMAD4, 
TSC1, TSC2, VHL A 
WT1.                           
pozn  - Aktualizace 
seznamu 

SLG a 
onkogenetika.cz.

NGS 31 648

94982 odb. 208 dle seznamu 
ORPHA/MKN-
10

NGS 25 318

94984 odb. 208 dle seznamu 
ORPHA/MKN-
10

NGS 37 977



94994 odb. 208 O35.1, O35.2 aCGH/SNP array 1/plod 14 175

94948 0


