CepTudukar o pesynbrartax #012345

HeTtekTnposaHue mytaumm ¢.3149_3150insC
reHa C17H2orf71, Bbi3biBatoLLen 6onesHb
RCD4 y HeckonbKunx 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

MHpopmaums, npenoctaBneHHas 3aKa3umkom:

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)

Mpumeyvanua: N/N = HopmanbHbI reHoTun. N/P = HocuTenb myTauun. P/P = MyTupoBaHHbI reHoTUn (y >KMBOTHOTO, CKOpee BCero,
npoauTcs 6onesHb). (N = HeraTMBHbIN; P = NO3UTUBHDII)

KommeHTapwmin K pesynbraty

Bbino npoeepgeHo obcnepoBaHve Ha Hanuume/otcytcTBre MmyTauum c.3149_3150insC reHa C17H2orf71,
BbI3biBatoLelnt 6onesHb RCD4 (rode-cone dysplasia). MyTauuma csasaHa ¢ RCD4 y cobak cnepyowmx nopog:
ABCTPANMACKUIA XWUNep, aHMUNCKUIA ceTTep, VUPMAaHACKMIA KpacHO-O0enblii ceTTep, UPNaHACKMIA KpacHbIN
ceTTep, Manblii MIOHCTeprieHfep, NONbCKad HW3MHHAA OBYapKa, CeTTep TOPAOH, CTaHAAPTHbIN nyaenb,
Tnmbetckun Tepbep. RCD4 — 3710 dopma nporpeccupytowei atpodun cetuatku (PRA), xapaktepHon yepTon
KOTOpOW ABNAeTCA fereHepauva GOToOpeLenTOpHbIX KNeTOK CeTyaTKW, YTO BefleT K MocTerneHHol noTtepe
3peHus 1, HakoHeL, K monHon cnenoTe. CpefHWIA BO3pacT yCTaHOBNEHNA AnarHo3a y cobak ¢ RCD4 10 ner.

MyTauua nepepaeTca ayTOCOMHO-peLlecCMBHLIM HacnefoBaHueM. 3aboneBaHue npoABnAeTca y ocoben,
KOTOpbIE MONMYYUNIN MYTMPOBAHHbLIN reH oT oboux poauTenen. [NaHHble ocobn obo3HauatoTcA Kak P/P
(MyTMpOBaHHbIN romo3mrot). Hocutenun MyTuMpoBaHHOro reHa, obo3Hauaemble Kak N/P (reteposuror),
MoNyYMnM MyTUPOBAHHBIN FEH NULWb OT OHOFO U3 pPoAUTEnel, KNMHNYECKe Npru3Hakn 3aboneBaHna y HUX
OTCYTCTBYIOT; OfHaKO HOCMTenu nepefaroT 3abonesaHne CBOMM MOTOMKaM. TeopeTuyecku B pesynbTaTe
cnapviBaHua AByx reteposurot (N/P) 25% notomctBa 6yayT 3n0poBbiMuy, 50% 6yayT HocuTenamu, a 25 %
NMOTOMCTBA YHaCNeaytoT OT CBOVX poauTenell MyTpoBaHHbIe reHbl 1 6yayT cTpagaTb AaHHbIM reHeTUUYEeCKNM
3aboneBaHuem.

Henb3a nckniountb, 4to x%nsoTHble N/N 1 N/P 3a6onetoT PRA no npuuriHe NHbIX MyTaLuii, KOTOPbIE TECTOM He

OblIN BbISIBSIEHDI.
MeTtop: SOP188-MPS-canine, MPS

[ata BbicTaBneHna otyeTa: 06.02.2021
Hata nposegeHua Tecta: 01.02.2021 - 06.02.2021
YtBepavna: Mgr. Martina Safrova, Beaywmii nabopatopuu

Genomia s.r.o, Republikdnska 6, 31200 Plzen, Czech Republic
www.genomia.cz, laborator@genomia.cz, tel: +420 373 749 999

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



