CepTudukar o pesynbrartax #012345

HeTtekTnposaHue mytayum 2601_2602insC B
reHe SLC4A3, agnatowenca npnynHon
6one3Hn GR-PRA1 y cobak nopogbl
30/10TUCTbIX PETPUBEPOB

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 npoBeseHo ob6cnegoBaHMe Ha Hanuuue/oTcyTcTBMe MyTauum 2601_2602insC B reHe SLC4A3,
agnawowenca npuunHon 6onesHn GR-PRA1 (Mporpeccupytowaa atpodusa ceTyaTkm y 30/0TUCTbIX
peTpuBepoB) y cobak Mopopbl 30/0TUCTbIX PETPrBEPOB. bonesHb xapakTepuayeTca noTepen 3peHus
BCefiCTBUE fereHepaLuunmn ¢oTopeLenTopHbIX KNETOK ceTyaTKu. bonblumHcTBo cnyyaeB GR-PRAT kKnmHuyeckn
HeoTANMYMMO OT ocTanbHbix ¢dopm PRA. [narHo3 CTaBUTCA B, CpPaBHUTENbHO, MO3JHEM BO3pacTe,
npuonmn3nTenbHO B 6 neT.

yTauua nepefaeTca ayTOCOMHO-peLeccrBHbIM HacnefoBaHneM. 3aboneBaHue npossnAetca y ocobei,
KOTOpble MONYYUNIN MYTUPOBAHHbLIN reH oT oboux poauTenen. [HaHHble ocobn obo3HauatoTcA Kak P/P
(MyTMpOBaHHbIA romo3uroT). Hocutenun MyTupoBaHHOro reHa, obo3Hauaemble Kak N/P (reteposuror),
NoAyYNIN MyTUPOBAHHBIN FeH NULWb OT OHOFO U3 pPoAUTenel, KNMHNYECKe Npru3Hakn 3abonesaHna y HUX
OTCYTCTBYIOT; OfHaKo HocuTenu nepefaroT 3abonesaHne CBOMM MOTOMKaM. TeopeTuyecku B pesynbTaTe
cnapviBaHua AByx reteposurot (N/P) 25% notomctBa 6yayT 3n0poBbiMuy, 50% 6yayT HocuTenamu, a 25 %
NMOTOMCTBA YHaCNeaykoT OT CBOVX poauTeniell MyTpoBaHHbIe reHbl 1 6yayT cTpagaTb AaHHbIM reHeTUUYeCKUM
3aboneBaHunem.

MeTtog: SOP171-GRPRA1,2, ®parmeHTaLMOHHbI aHanun3

[ata BbicTaBneHnA otyeTa: 06.02.2021
Hata nposegeHua Tecta: 01.02.2021 - 06.02.2021
YtBepavna: Mgr. Martina Safrova, Beaywuii 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



