CepTudukar o pesynbratax #162218

OnpepeneHne myTtaumm c.296G>A B reHe
ARSG, Bbi3biBaloLLEN 3ab0neBaHne
HepPOHaNbHbIN LLePOUAHbIN NUMOdYyCLNHO3
y nopoj aMepukaHcknin ctapopawmpcKmi

KnueHT: Mopo3 Hatanbs, yn.OnbltbiHcKan 44-3, 236039 r.KanuHuHrpag, Russian Federation
TecTupoBaHHbIN 06pasely:

ObpaseL;: 20-30404

[aTa nonyyeHna aHanmsa: 30.11.2020

Wccnepyembii maTepuan: KpoBb

NHdopmauma, npeaocTaBieHHas 3aKa3umkoMm:

Wms: TOIR-PRESTIZH TITAN

Mopopa: AmepukaHckui ctadpdpopawnMpcknn Tepbep
Homep Tatymnposku: AAI 401

Mukpounn: 643 094 800 003 140

PerncrpaumoHHbin Homep: RKF 5600189

[eHb poxkaeHua: 14.04.2019

[Mon: camey,

Mpwu B3aTKK 06pasua 6biia NpoBepeHa TNYHOCTb XXUBOTHOTO.
Mpoepwn/na BetepuHapHan neuebHuua r. l'Bapaenck

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 wnccnegoBaHoO MpuCYTCTBME MAM  OTCyTCTBME MyTaumm c.296G>A B reHe ARSG, Bbi3biBaloLein
3aboneBaHuve HelipoHanbHbIN LeponaHbln nunodycumHos (NCL) y nopos ameprKkaHcKmin ctadbdopalumpcKuia
Tepbep U amepuKaHCKUn NuTobynbTepbep. MyTaumu, BbisbiBalowme 3abonesaHne NCL y ykasaHHbIX Nopoa
HacneflyeTca Nno ayTOCOMHO-PeLeccCMBHOMY TWMy HacnefoBaHuA. 3aboneBaHne NPOABMAETCA /Wb Y Tex
ocobel, y KoTopbix MpUcyTcTByeT MyTauma B o6enx konuax ARSG reHa (ocobu c pesynbtatom P/P). Hocutenn
MYyTUPOBaHHOTO reHa (ocobu c pesynbtatom N/P) KNMHNYECKN 3A0POBbI, HO MOTYT NEePeHOCUTb MyTaLMio Ha
CBOe NOTOMCTBO. B cnyvyae cnapuBaHuA BYX HOCuTenel TeopeTmyeckn 25 % notomctea 6yAeT NOAHOCTbIO
300p0oBo, 50 % 6yayT HocuTenAamu, a 25 % NOTOMCTBaA YHacneayoT OT 060ouxX poanTenen MyTUPOBaHHbIN FeH 1
6yayT ctpagaTtbh NCL.

MeTopg: SOP182-NCLA, HRMA, akkpefToBaHHbIN METOZ,

[aTa BbicTaBneHna otyeTa: 03.12.2020
HaTta nposegeHuna Tecta: 30.11.2020 - 03.12.2020
YtBepawuna: Ing. Irena Ruskovd, AHanntmk

Genomia 370 ncnbiTatenbHan nabopaTtopua, akkpeanToBaHHas YellcKUM MHCTUTYTOM NO akKpeamTauum

cornacHo Tpe6osaHuam CSN EN ISO/IEC 17025:2018, peructpaumoHHbiii Homep 1549, S,
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Kop ana nposepku otueta EK64-M49X-DM91-XARQ-8CBF. 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



