CepTudukar o pesynbrartax #110927

OnpepeneHne myTtaumm c.296G>A B reHe
ARSG, Bbi3biBaloLLEN 3ab0neBaHne
HepPOHaNbHbIN LLePOUAHbIN NUMOdYyCLNHO3
y nopoj aMepukaHcknin ctapopawmpcKmi
Tepbep 1 aMepUKaHCKNA NUTOYNbTepbep

TecTupoBaHHbIN 06pasel

Obpasew;: 18-13709

Wma: TOIR-PRESTIZH PRELEST

Mopopa: AMepukaHckmii ctapopaLLMPCKI Tepbep
Homep Tatymposku: AAl 377

KnuneHt

Moroz Natalia

Ul. Olshtynskaya 44-3
236039 Kaliningrad
Russian Federation

Mwukpounn: 643 093 400 029 575
PerncrpaumoHHbini Homep: RKF 4614433

HeHb poxxkgeHnsa: 01.09.2016

MNon: camka

[ata nonyyeHua aHanusa: 18.05.2018
Wccnegyemblii maTepuan: MasoK CIM3NCTON pTa
Mpwu B3aTNM 06pa3sua Hbina NpoBepeHa NMMYHOCTb
XNBOTHOrO.

Mposepwun/na E.H. Korkina

PesynbTtat: MyTauma He 6bina getektnposaHa (N/N)

Mpumeyvanua: N/N = HopmanbHbI reHoTun. N/P = HocuTenb myTauun. P/P = MyTMpoBaHHbI reHoTUM (Y >KMBOTHOTO, CKOpee BCero,
npoaeuTcs 6onesHb). (N = HeraTMBHbIN; P = NO3UTUBHDI)

KommeHTapwuii K pe3ynbrarty

bbino wnccnegoBaHoO MpuCYTCTBME MAM OTCyTCTBME MyTaumm c.296G>A B reHe ARSG, Bbi3biBatoLein
3aboneBaHuve HelipoHanbHbIN LeponaHblii nunodycumHos (NCL) y nopos ameprKkaHcKuin ctadbdopaLumpcKuia
Tepbep U amepuKaHCKUn NuTdbynbTepbep. MyTauunu, BbisbiBalowwme 3abonesaHne NCL y ykasaHHbIX nopog
HacneflyeTca Nno ayTOCOMHO-PeLecCMBHOMY TWMy HacnefoBaHWA. 3aboneBaHne NPOABNAETCA /Wb Y Tex
ocobel, y KoTopbix MpUcyTcTByeT MyTauma B obenx konuax ARSG reHa (ocobu c pesynbtatom P/P). Hocutenn
MyTUPOBaHHOTO reHa (ocobu c pesynbtatom N/P) KNMHNYECKN 3B0POBbI, HO MOTYT NePeHOCUTb MyTaLuio Ha
CBOe NOTOMCTBO. B cnyuyae cnapuBaHuA BYx HOCWTenel TeopeTmyeckn 25 % notomctea 6yAeT NOAHOCTbIO
30poBo, 50 % 6yayT HocuTenamMY, a 25 % NOTOMCTBa yHacieyloT OT 060Mx poamTenen MyTUPOBaHHbIN FeH 1
6yayT ctpagaTtbh NCL.

MeTopg: SOP182-NCLA, HRMA, akkpefToBaHHbIN METOZ,

[aTta BbicTaBneHuma otyeta: 23.05.2018
Nms otBeTcTBEHHOrO nnya: Ing. Irena Ruskova, AHanuTmnk

Genomia 3To ucnbiTaTeNbHan NabopaTopua, akKkpeauToBaHHan Yelcknum MHCTMTyTOA?\ -
cornacHo Tpe6osaHuam CSN EN ISO/IEC 17025:2005, peructpaLmoHHbiii Homep 1549,
Genomia s.r.o, Janackova 51, 32300 Plzen, Czech Republic jacRE
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www.genomia.cz, laborator@genomia.cz, tel: +420 373 749 999

Kog ansa nposepku otueta FHQ9-96FM-EKMY-1NYA-1F3F. Mepeiante Ha www.genomia.cz, 4To6bl MPOBECTY NMPOBEPKY.
Be3 cornacua nabopatopuu oT4eT 0 pe3ynbTaTax TECTOB MOXKET 6bITb penpoAyLIMPOBaH TONbKO B MOMHOM BuAe. Pe3ynbTaT OTHOCUTCA TONbKO K TeCTUPOBaHHOMY 06pasLly.



