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I'enernueckuit Tect Ha PKdef

(nepuuUT NUPYBATKUHA3HI)

Kunune Upuna CepreeBna

Howmep uccnenopanusi:
13072021-Kin5

IInToMHHK Jdara poxknenus PogociaoBHast
Insendio*RU 20.02.2021 Jlata BeImaun
IHopona Kauuka Hox %?%J;BZTS;T
Melin-xkyH Giovani Insendio*RU 3
PesyabTart

N/k

Pacungposka pe3yjibTaToB:

N/N — T'omo3urora nmo ayuienu HopManbHoro tumna (06e kornuu rera PKLR He comepikat myTanuio).

N/K — T'eTepo3uroTa 1o ajiesid MyTaHTHOTo THma (o1Ha u3 kKomuit rena PKLR comeput MyTaIuio).

k/k — T'omo3uroTa o amienu mytantHoro tuma (06e konuu rena PKLR comepskat MyTanuio).

JIaHHBIA TECT MO3BOJIAET BBIABUTH MyTaiuio C.693+304G>A, accouuupoBaHHYI0 ¢ AepUIHUTOM

(dbepMeHTa MUpyBaTKMUHA3BI Y JTOMAITHUX Kolliek, Kak onucano Grahn et al., 2012.

KuotHble, y koTopbix o0e komuu reHa PKLR conmepkaT MyTaiuio, HOJBEPKEHbI Pa3BUTHIO
reMOJIMTUYECKON aHeMUU BelecTBre neduuuta nupyBarkuHassl (PKdef). Hanuure mMyrarmm Toabko
B 0/1HOM u3 AByX Konuii reHa PKLR He mpuBOAMT K pa3BUTHIO 3a00JI€BaHUs, OJTHAKO TAKOE KUBOTHOE
MOJKET TepeaBaTh JaHHBI TeHETHUECKUH Te()EeKT ITOTOMCTBY.

3aB. naboparopueit

JlaGopaTopun MOJIEKYISAPHON TUArHOCTUKU
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Feline PK Deficiency test
(Pyruvate Kinase Deficiency in Felines)

Irina Kintsle Test number:
13072021-Kin5
Cattery DOB Pedigree
1Nx
Insendio*RU 20.02.2021 Report date:
Breed Cat Sex 18.07.2021
Maine Coon Giovani Insendio*RU 3
Result

N/k

Result Codes:

N/N — Cat is homozygous for a normal type (i.e. carry two normal copies of the PKLR gene).
N/k — Cat is heterozygous for the mutant allele (one copy of the PKLR gene carry the mutation).
k/k — Cat is homozygous for the mutant allele (two copies of the PKLR gene carry the mutation).

This test detects the ¢.693+304G>A mutation associated with pyruvate kinase deficiency in Felines as
described by Grahn et al., 2012.

The PKdef disease affects cats with two mutant copies of the PKLR gene only. Cats with only one
mutant copy of the PKLR gene are clinically without any symptoms but are the carriers.

Chief of molecular
diagnostics laboratory
Bagmanova S. Elena
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