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Carrier Screening and Prenatal Diagnosis 

 
Cat. 
No. 

Product Name Associated Disease Gene (Mutations) Mutations/ 
Sampe 

Tests/ 
Kit  

9901 CF Basic Cystic Fibrosis CFTR (F508del, G542X, W1282X, N1303K, 
           3849+10KbC>T) 

5 24 

9943 CF Basic+ Cystic Fibrosis CFTR (F508del, G542X, W1282X, N1303K, 
          3849+10KbC>T, D1152H) 

6 24 

9946 CF Euro I Cystic Fibrosis CFTR (F508del, G542X, W1282X, N1303K, 
         1717-1G>A, R1162X) 

6 24 

9920 CF Open **  Cystic Fibrosis 
CFTR (S549R, G85E, D1152H, W1089X, 
            1717-1G>A, 405+1G>A,  
             Q359K/T360K, 4010delTATT) 

8 96 

9945 CFTR 5T 

Cystic Fibrosis 
CBAVD - congenital 
bilateral absence of the 
vas deferens 

CFTR (5T/7T/9T) 1 48 

 

* Supplied with PrTaq™ 
** CF Open kit (9920) - choose desired mutations (from one to eight) from those listed here. 

 
Differential Diagnosis 

 
Cat. 
No. 

Product Name Associated Disease Gene (Mutations) Mutations/ 
Sampe 

Tests/ 
Kit  

9971  AAT  
Alpha-1 Antitrypsin 
deficiency 

SERPINA1 [AAT] (PiZ) 1  144  

9965 
ProntoPlex™ 
AAT 

Alpha-1 Antitrypsin 
deficiency 

SERPINA1 [AAT] (PiZ and PiS) 2 96 

9968 Connexin™ Deafness 

GJB2     connexin 26   
              (35delG, 167delT) 
GJB6     connexin 30   
              (del[GJB6-D13S1830]) 

3 48 

9945 CFTR 5T 

Cystic Fibrosis 
CBAVD - congenital 
bilateral absence of the 
vas deferens 

CFTR       (5T/7T/9T) 1 48 

 
 



 

 
Genetic Predisposition to disease 

 
Cat. 
No. Product Name Associated Disease Gene (Mutations) Mutations/ 

Sampe 
Tests/ 
Kit  

9971 
AAT  Alpha-1 Antitrypsin 

deficiency 
SERPINA1 [AAT] (PiZ) 

1 144 

9903 
ApoE Predisposition to 

hypercholesterolemia, 
cardiovascular disease 

APOE (ε2, ε3, ε4) 
2 48 

9907 
APC Predisposition to 

colorectal cancer 
APC (3920T>A) 

1 96 

9911 
BRCA Predisposition to breast 

and ovarian cancer 
BRCA1    (185delAG, 5382insC) 
BRCA2    (6174delT) 3 48 

9949 
Hemochromatosis Hereditary 

hemochromatosis 
HFE (C282Y, H63D, S65C) 

3 32 

9923 
ThromboRisk™ Predisposition to 

thrombosis 
F5 / Factor V     (1691G>A) 
F2 / Factor II     (20210G>A) 
MTHFR             (677C>T) 

3 32 

9905 
Factor V Predisposition to 

thrombosis 
F5 / Factor V  (1691G>A) 

1 96 

9909 
Prothrombin  Predisposition to 

thrombosis 
F2 / Factor II  (20210G>A) 

1 96 

9910 
MTHFR  Predisposition to 

thrombosis 
MTHFR (677C>T) 

1 96 

 

 
 
 
 
 
  
  

  
 

 
Pharmacogenetics 

 
Cat. 
No. Product Name Associated Disease Gene (Mutations) Mutations/ 

Sampe 
Tests/ 
Kit  

9984 
5FU 5-Fluorouracil 

sensitivity 
DPYD       (IVS14+1G>A) 

1 144 

9985 ClopidoRisk™ Clopidogrel metabolism CYP2C19  (*2,*3,*4,*5) 
ABCB1      (3435C>T) 

5 24 

9978 MorphiRisk ™ Morphine dosage OPRM1   (118A>G) 
COMT    (472G>A) 

2 72 

9983 TamoxiRisk™ Tamoxifen metabolism CYP2D6    (*2, *3, *4,*10,*17,*41) 6 24 

9979 WarfaRisk™ Warfarin dosage CYP2C9    (*2 [430C>T], *3 [1075A>C]) 
VKORC1   (-1639G>A) 

3 48 

9980 WarfaRisk+™ Warfarin dosage CYP2C9     (*2 [430C>T], *3 [1075A>C]) 
VKORC1    (-1639G>A, 5417G>T) 

4 36 

 

 
 


