CepTudukar o pesynbrartax #012345

AnarHocTtuka mytaumin B NHLRC1 rene,
BbI3blBatoLux 60ne3Hb Jladpopa y
HEeKoTOpbIX Mopoa 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.

Pe3synbTaT: N2/N3

Kopapb! pesynbraTa:

» N2/N2, N3/N3, N2/N3 = HeraTuBHbIl reHOTVM, cob6aka MMeET fiBa U TPy JofeKamepa.
» N2/P, N3/P = Hocutenb anunencuw Jladopa.
- P/P = cobaka, cTpafatowas anunencueii ladopa

KommeHTapuim K pesynbraTty

Bbino n3yueHo Hanuume nnu otcytcTeue mytaumii B NHLRCT reHe, Bbi3biBatowmux 6one3Hb Jladopa y nopog
6Urb, MUHMATIOPHAA AJIMHHOLWEPCTas Takca, bacceT-xayHA U unxyaxya. Bo3HMKHOBEHME 3TON MyTaumm y
LPYrviX Mopof He MOKET ObITb NCKIOUEHO.

bonesHb Jladopa npenctaBnAeT CoOON HACEACTBEHHbIN TUM 3nunencun. KnuHudeckrne NpuU3HAKM
NPOABAAITCA, KaK MPaBuio, B BO3pacte 5-6 NeT mam nos)e. dnuienTuyeckrne npunagky npoABnalTCcA
HeperynsipHbIMU  Pe3KMK Cyaoporamm Mmblwl. [locteneHHO [06aBnAlTCA Npouve HeBPOJSiIornyeckme
CUMMTOMbI, TaKUE KaK aTakCus, MOpraHue, ciienota uinu cnaboymue. laHHaa ¢opma Snuniencmm He NognexmT
NEYEHUIO N ABMAETCA CMEPTENbHON.

MyTtauun B NHLRC1 reHe, Bbi3biBalowye 3nunencuio Jladopa, UMeEOT ayTOCOMHO-PELIECCMBHOE
HacnegoBaHue. 3aboneBaHne NPoABAAETCA NUWb Y 0cobel P/P, y KOTOpbIX NPUCYTCTBYET MyTaumsa B 0benx
konuax NHLRC1 rena. Hocutenn mytnposaHHoro reHa N/P KnvHMYeCKkn 340pOBbl, HO MOTYT NepPeHOCUTb
MyTaLMio Ha CBOe NOTOMCTBO. B cniyyae cnapusaHua aByx HocuTeneli Teopetnyeckn 25 % 6yaeT NonHOCTbIO
300p0oBo, 50 % 6yayT HocuTensMu, a 25 % NOTOMCTBA YHac/iefyloT OT 0boux poauTenen MyTVIpOBaHHbII/I reHmu
OynyT CTpagaTh ANUNENCUEN. ~

MeTtona: SOP187-Lafora, ACA-TLIP of DNA modified template, akkpeanToBaHHbI Mer/,:D;

[lata BbicTaBneHua otyeta: 06.02.2021 %/

Hata npoepenua Tecta: 01.02.2021 - 06.02.2021 \

Yteepauna: Mgr. Martina Safrova, Beaywmin nabopatopun ‘
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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



