CepTudukar o pesynbrartax #012345

HeTtekTnposaHue mytauyumn ¢.9772G>A PKD1
reHa, BbibiBatoLlen 6onesHb BTPKD y
aHMMUNCKMX BynbTepbepoB

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 npoBefeHo 06cnefgoBaHME Ha Hanuume/oTCyTCTBUE MyTauuu c.9772G>A PKD1 reHa, Bbi3blBalOLEN
MOMMKNCTO3HYl0 6onesHb nouyek BTPKD y aHrmuickux 6ynbTepbepoB. bonesHb npossnser cebs
06pa3oBaHMEM MOYEUHbIX KUCT (MOMOCTEN), 3aMOJIHEHHBIX XUAKOCTbID. ITW KUCTbl CTABAT MOA Yrpo3sy
bYHKLMOHMPOBAHME NMOYEK 1 MOTYT MPUBECTY K X OTKa3y, a TaKkKe K CMepTU 6ONTbHOIO *KMBOTHOTO.

MyTauma nepepaetca ayTOCOMHO-PeLeCCMBHbIM HacnegoBaHveM. 3aboneBaHve nposBnAeTca y ocobel,
KOTOpble MOSyYMsIvi MYTVPOBaHHbIA reH OT oboux poauTeneil. [JaHHble ocobu obo3HaualoTca Kak P/P
(MyTMpOBaHHbIAN romo3uroT). Hocutenn MyTMpoBaHHOro reHa, obo3Hauvaemble kak N/P (reteposuror),
MOAYYUNN MYTUPOBAHHBIW FeH NULLIL OT OJHOrO M3 POAUTENEN, KNUHMYECKME NPU3HaKN 3a60neBaHnA Y HUX
OTCYTCTBYIOT, OfJHAaKO HOCWUTeNu nepepatoT 3abonesBaHve CBOMM MOTOMKaM. TeopeTuuyecku B pesynbraTe
cnapuBaHus aByx reteposurot (N/P) 25% notomctBa 6yayT 3mopoBbiMu, 50% OyayT Hocutenamu, a 25 %
NMOTOMCTBA YHaCnefyloT OT CBOWX POAUTENEN MyTUPOBaHHbIE reHbl 1 6yayT cTpagaTb AaHHLIM FeHETUYECKUM
3aboneBaHveM.

MeTopa: SOP188-MPS-canine, MPS, akkpeaMTOBaHHbIN METOZ,

[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
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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



