Result certificate #067598: Detection of mutation c.1028_1032delGAGAA
in RPGR gene causing XL-PRA in Siberian
Husky and Samoyed by fragmentation

analysis
Sample Customer
Sample: 15-20210 Ing. Alena Peskova
Name: NIKKA OF DEIMOS Bielkersmils Stary Rokytnik 195
Breed: Samoyed 54101 Trutnov
Microchip: 752 098 100 731 825 Czech Republic

Reg. number: CMKU/S/2616/-15/15
Date of birth: 4.3.2015

Sex: female

Date received: 22.07.2015

Sample type: buccal swab

Sample certified by Vet/Tech or witness.

Result: Based on mutation examination genotype was determined Xn/Xn

Explanation

Presence or absence of mutation ¢.1028_1032delGAGAA in exon ORF15 of RPGR gene (retinitis
pigmentosa GTP’s regulator) was tested. This mutation causes X-linked progressive retinal atrophy
diseases in Siberian Husky and Samoyed breeds. The first symptoms appear by clinical examination
in 6 months. Later, rods light receptors begin to appear irregularly damaged. Cones damage arises
in final stage of XL-PRA disease. In age of 4 years, affected dogs are usually completely blind.

Females have XX chromosomes so they can have following XL-PRA genotypes:

XnXn - females with two normal X chromosomes = normal phenotype, a healthy female

XnXm - females with one normal X (Xn) and one mutant X (Xm) = a female carrier. Clinical disability
of female carriers is individual, depending on the X chromosome inactivation.

XmXm - females with two mutated X chromosomes = an affected female

Males have XY chromosomes so they can have following XL-PRA genotypes:
XnY - normal phenotype, a healthy male
XmY - an affected male; he inherited mutated X chromosome from his mother

Method: SOP24, accredited method

Report date: 30.07.2015 5
Responsible person: Mgr. Martina Safrova, Laboratory Manager
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Without a written consent by the lab, the report must not be reproduced unless as a whole. This result is valid only for the submitted sample.



