CepTudukar o pesynbrartax #012345

NetekTupoBaHne mytauum c.1623delG
ATP13A2 reHa, Bbi3biBatoLenn 6one3Hb NCL
y TUGETCKMX TEPbEPOB

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 nposeneHo obcnenoBaHue Ha Hanmure/oTcyTcTBme MyTaumm ¢.1623delG ATP13A2 reHa, Bbi3biBatoLLel
3aboneBaHuve Nog Ha3BaHMEM HepOHanbHbIN LepouaHbli nunodycumHo3 (NCL) y TnbeTckmnx Tepbepos.

MyTauua nepepaeTca ayTOCOMHO-peLIECCMBHBIM HacnefoBaHueM. 3aboneBaHue nposABnAeTca y ocoben,
KOTOpble MONYYUNIN MYTUPOBAHHbLIN reH oT oboux poauTenei. [HaHHble ocobu obo3HauvatoTcAa Kak P/P
(MyTMpOBaHHbIN romo3uroT). Hocutenu MyTupoBaHHOro reHa, obo3Hauaemble Kak N/P (reteposuror),
NoNyYnnN MyTUPOBAHHBIN FeH NNLLb OT OAHOMO U3 PoAUTEnel, KNMHNYECKe Npru3Hakn 3abonesaHna y HUX
OTCYTCTBYIOT; OfHaKO HOocuTenu nepefarT 3abonesaHne CBOMM MOTOMKaM. TeopeTUyecku B pesynbTaTe
cnapviBaHua AByx reteposurot (N/P) 25% notomctBa 6yayT 3n0poBbiMuy, 50% 6yayT HocuTenamu, a 25 %
NMOTOMCTBA YHaCNeaytoT OT CBOVX poauTeniell MyTMpoBaHHbIe reHbl 1 6yayT cTpagaTb AaHHbIM reHeTUUYEeCKNM
3aboneBaHvem.
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