
 

Nudix Hydrolase (NUDT15) Genotyping  

 
Genetic variants in NUDT15 gene are strongly associated with Thiopurine drug intolerance. These polymorphisms are 

more commonly observed in East Asian and Hispanic descents.  

NUDT15 genotyping will help identify patients who are at increased risk for drug related toxicity with administration of 

standard doses of Thiopurine drugs - 6-mercaptopurine (6-MP), 6-thioguanine (6-TG), and azathioprine (AZA).  

The thiopurine drugs are purine antimetabolites that are used to treat conditions including acute lymphoblastic 

leukaemia, auto-inflammatory disorders (such as Inflammatory bowel disease - Crohn’s disease, rheumatoid arthritis) 

and organ transplantations to prevent rejection. These pro-drugs undergo an intracellular enzymatic activation to active 

metabolites that may exert cytotoxic effects when incorporated into DNA and RNA. Nudix Hydrolase dephosphorylates 

the active metabolites of thiopurines, thioguanosine triphosphate (TGTP), preventing their incorporation into DNA and 

RNA, thereby decreasing their cytotoxic effects. Patients carrying NUDT15*2, NUDT15*3, NUDT15*6, NUDT15*9 

variants have decreased enzymatic activity and are significantly more sensitive to thiopurine drugs and subsequent 

bone marrow suppression1. 

 

 

This assay analyses variant alleles *2,*3,*6,*9. 

Reference guide to NUDT15 result: 

*1/*1 = Normal Metaboliser (Normal/Routine/Low Risk) 

*1/*2, *1/*3, *1/*6 or *1/*9 = Intermediate Metaboliser (Abnormal/Priority/High Risk) 

*2/*2, *2/*3, *2/*9, *3/*3, *3/*9, *6/*6 or *9/*9 = Poor Metaboliser (Abnormal/Priority/High Risk) 

 

 

 

Real time PCR with fluorescence detection and Sequencing 

 

  

2-3 weeks 

 

 

This research test does not replace clinical monitoring. A negative result does not rule out the presence of 

additional or rare variants that are not being tested by this assay. All relevant clinical and laboratory results on the 

patient including their Thiopurine methyltransferase (TPMT) status should be considered when considering dosage. 

 

 

Thiopurine Testing Service (NUDT15 Genotyping) 

300 Herston Road,  

Herston QLD 4006 

T: 3362 0499, E: guthealth@qimrberghofer.edu.au  
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