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3AKJIOYEHUE
10 pe3yJabTaTaM HCCJIEA0BAHUSA
Homep Jdorosopa: Bun 6momatepunaia: Kposs EDTA; Kposs EDTA;
Homep Uccaenosanus: Bopcunsl xoproHa
IMauuenr: Jara 3a6opa maTepuasa:

JlaTa nmocTynJieHusi MaTepualia B J1abopaTopuIo:

Jara poxaenus:
ou: Jara roToBHOCTH HCC/IeJOBAHUA:

IIpenarajibHasi AMATHOCTHKA MOHOT€HHOI'0 AYyTOCOMHO-PeLleCCHBHOTO0 3200J1eBaHusl (MPOOAH] - KOMIIAYH/
reTepo3uroTa, reHOTHN NPo0aHaa  poauTesieii HeM3BeCTeH)
Meron nccnenoBanus: [IpsiMmoe cekBeHHpoOBaHUE
Hanpasutensnsiit nuarao3: chr7:117592212C>CA CFTR ENST00000003084 ¢.2052dupA p.Gln685fs;
chr7:117642531GGT>G CFTR ENST00000003084 c.3816 3817delGT p.Ser1273fs
Hamnpasnenue: BeisiBnenue nykiaeornanoit 3amensl chr7:117592212C>CA; chr7:117642531GGT>G
I'en: CFTR
I'enomnuas coopka: hg38

PE3YJIbTATBI UCCJIEJOBAHUSA
IHannent:
MeTo10M NPSIMOT'0 aBTOMaTHYECKOT0 CeKBeHUpoBaHus ObL1 uccnenoBan reH CFTR.
Hyxkneornanas 3amena chr7:117592212C>CA oOHapykeHa B T€TEpO3UTOTHOM COCTOSIHUH.
Hykneornanas 3amena chr7:117642531GGT>G e obHapyxeHa.
IHannent:
MeTo10M NPSIMOT'0 aBTOMaTHYECKOT0 CeKBeHUpoBaHus ObLT uccnenoBan reH CFTR.
Hyxkneornanas 3amena chr7:117592212C>CA ne oOHapyXeHa.
Hyxkneornanas 3amena chr7:117642531GGT>G obHapykeHa B TeTEpO3UTOTHOM COCTOSHHH.
IHannent:
MeTo10M NPSIMOT'0 aBTOMaTHYECKOT0 CeKBeHUpoBaHMs ObLT uccnenoBan reH CFTR.
Hyxkneornanas 3amena chr7:117592212C>CA ne oOHapyXeHa.
Hyxkneornanas 3amena chr7:117642531GGT>G obHapykeHa B TeTEpO3UTOTHOM COCTOSHHH.
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