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Genetic diseases and tests 
 
Annex to the FIFe Breeding & Registration Rules, § 3.5.1 Test programmes, listing commercially 
available genetic tests that are obligatory or recommended before breeding.  
 
The Health & Welfare Commission has the permission to update the list when new tests are available. 
This ensures that breeders can make informed decisions to improve the health and welfare of their 
cats. 
 
It is a good practice for breeders to keep one or more buccal swabs for each cat of all breeds. These 
swabs should be placed in an envelope clearly marked with the cat’s name and microchip number 
before being stored in a dry place. This simple procedure allows for future genetic testing, including 
parentage testing and the analysis of possible coat traits, without the need to collect a new sample. 
 
In addition to the tests listed in the Annex, it is highly recommended that all cats intended for breeding 
undergo blood group testing, for preventing neonatal isoerythrolysis, a potentially fatal condition in 
kittens. 
 
Breed Test (gene) Indication 
ABY/SOM Pyruvate Kinase Deficiency (PKLR) Recommended 

Retinal Degeneration II (CEP290) Recommended 
BAL/SIA,  
OLH/OSH,  
PEB 

Gangliosidosis (GLB1) Recommended 
Retinal Degeneration II (CEP290) Obligatory (→ § 6) 

BEN Bengal progressive retinal atrophy (CEP29, KIF3B) Recommended 
Pyruvate Kinase Deficiency (PKLR) Recommended 

BLH/BSH Autoimmune Lymphoproliferative Syndrome (FASLG) Recommended 
Polycystic Kidney Disease (PKD1) Recommended 

BML Hypokalaemia (WNK4) Recommended 
BOM Burmese Head Defect (ALX1) Obligatory (→ § 7) 
BUR Burmese Head Defect (ALX1) Recommended 

Gangliosidosis (HEXB) Obligatory (→ § 6) 
Hypokalaemia (WNK4) Recommended 

DRX Congenital Myasthenic Syndrome (COLQ) Obligatory (→ § 6) 
EXO/PER Polycystic Kidney Disease (PKD1) Recommended 

Progressive Retinal Atrophy (AIPL1) Recommended 
KOR Gangliosidosis 1 (GLB1) and 2 (HEXB) Obligatory (→ § 6) 
LPL/LPS Pyruvate Kinase Deficiency (PKLR) Recommended 
MCO Dominant Blue Eyes (PAX3) Obligatory (→ § 6) 

Hypertrophic Cardiomyopathy (MyBPC3/A31P) Recommended 
Spinal Muscular Atrophy (LIX1) Recommended 

NFO Glycogen Storage Disease type IV (GBE1) Obligatory (→ § 6) 
RAG Hypertrophic Cardiomyopathy (MyBPC3/R818W) Recommended 
SIN Hypokalaemia (WNK4) Recommended 

Pyruvate Kinase Deficiency (PKLR) Recommended 
SPH Congenital Myasthenic Syndrome (COLQ) Recommended 
SRL/SRS Polycystic Kidney Disease (PKD1) Recommended 

 
More information providing the scientific basis for each obligatory or recommended test, fostering a 
deeper understanding of FIFe breeding policies and their direct impact on cats’ health, can be found at  
www.fifeweb.org/health/ 
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