CepTudukar o pesynbrartax #012345

letektnpoBaHne mytauyum c.1473+1G>A
ADAMTS17 reHa, ABnAOLWENCA NPUYNHON
6onesHun PLL y pa3Hbix nopog cobak

KnueHT: Jan Novék, Dlouha 1, 30000 Plzen, Czech Republic
TecTnpoBaHHbIil o6pasely:

Obpasel;: 21-12345

[aTa nonyyeHuna aHanmsa: 01.02.2021

Wccnepyemblil MaTepuan: KpoBb

NHdopmauma, npeaocTaBieHHas 3aKa3umkoMm:

Uma: Lassie DEMO

MNopopaa: Plemeno

Homep Tatynposku: 1392013

Mukpouwnn: 123 456 789 012 345

PerncrpaumoHHbinn Homep: REGQ12345

[eHb poxkaeHuna: 1.1.2020

MNon: camka

[ata Bbl6opkun: 01.02.2021

Mpwu B3aTKK 06pasua 6biia NpoBepeHa TNYHOCTb XXUBOTHOTO.

PesynbTtat: MyTauma He 6bina getektnposaHa (N/N)

KommeHTapuim K pesynbraTty

Bbino npoBepgeHO 06CnefoBaHME HA Hanuume/oTcyTcTBUe MyTaumm c.1473+1G>A ADAMTS17 reHa,
apnAwLenca npuumHon 6onesHn PLL (MepBrYHbIA BbIBUX XpycTanuka - primary lens luxation) y pa3sHbix
nopog cobak. PLL — rna3Hoi gedekT, CBA3aHHbIN C gucioKauuen xpyctanuvka. MNopaxaeT cobak pasHoro
BO3PacTa, BbIIMBAACH B C/IENOTY XUBOTHOTO.

Pe3ynbTaT reHeTuyeckoro Tecta y cobaku 6e3 pucka passutua PLL Bcnepctere mytauum c.1473+1G>A - N/N
(HeraTuBHbIN B 060X annensx). Y cobaku xe c puckom pa3sutus PLL BcneactBre myTaumm €.1473+1G>A
pe3ynbTaT P/P (NO3WTVBHbIN Ha NpeaMeT NPUCYTCTBMA MyTauumn B 06omx annensx). Oblan HacneaCcTBEHHOCTb
PLL cumTaeTcA ayTOCOMHO-pELECC/BHON, MO3TOMY OONbWMHCTBO HocuTenen Mmytaumm c.1473+1G>A
(pe3ynbtaT N/P) He 3aboneBaeT B TeueHue BCel XW3HW. Bblno ycTaHOBMEHO, UTO Pa3HOCUMKM MyTauuu
¢.1473+1G>A MOryT UMeTb MOBbILIEHHbIN PUCK 3aboneBaHus PLL, pycK 3aBUCKT OT onpeaesnieHHor nopoabl
UNW FeHHOro $OHa OTAENBbHOrO KUBOTHOIO. FTeHETUYECKNIA TECT He NCKITIOYaeT BO3MOXKHOCTb ApYroin dopmbl
PLL, 1 He cMOXeT 06Hapy»KUTb BCMbILIKY 601€3HK Y BO3MOXHbIX HOCMTENEN MyTaLum.

MeTtoga: SOPAgriseq_canine, ngs, akkpeANTOBaHHbIN METOS

[ata BbicTaBneHna otyeta: 06.02.2021
[ata nposepeHua Tecta: 01.02.2021 - 06.02.2021
Yteepauna: Mgr. Martina Safrova, Beaywuin nabopatopun

Genomia 370 ncnbiTatenbHan nabopaTtopua, akkpeanToBaHHas YellcKUM MHCTUTYTOM NO akKpeamTauum
cornacHo Tpe6osaHuam CSN EN ISO/IEC 17025:2018, peructpaumoHHbiii Homep 1549, Ty,
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Kop ana nposepku otueta 12AB-CD34-GENO-MIAO-EFGH. MepeianTe Ha www.genomia.cz, 4To6bl NPOBECTY NPOBEPKY.
Be3 cornacva nabopatopum OTYeT 0 pe3ynbTaTax TECTOB MOXET ObITb PENPOAYLIMPOBaH TONBKO B MOMHOM BuAe. Pe3ynbTaT pacnpocTpaHAeTca nnlb Ha obpasel Tak,
Kak 6bin nabopatopueii NpuHAT. Jlabopatopua Genomia He HeceT OTBETCTBEHHOCTb 3a NPaBUIbHOCTb MHGOPMaLUK, NPefOCTaBNEHHO 3aKa34yMKOM. 1/1



