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MaumnenT: OBPA3EL Ne 3asBku:
BospacrT: 38 n.

Mon: X

[Oarta B3ATuaA:

[aTta BbINONHEHUA: Buomartepuan: Kpoeb ¢ 3ATA

MeTopa: NMupocekBeHUpoBaHue

BocnpuumMmumBocCTb K AemumnTy XKenesa

leH HavnmeHoBaHue reHa BapuaHT [eHoTun Puck
TF TpaHcheppyH c.739C>T; p.Leu247= CIT [NoBbILLEHHbIN
TMPRSS6 TpancmembparHas Cepurosas ¢.2246T>C; p.Val272Ala CIT MOBbILLEHHbIA
nporteasa 6

Pacuwugpbposka puckos: puck «[TpomexkmusHbili» — OR 0—1; puck « CpedHenonynsayuoHHbili» — OR 1; puck «[losbiweHHbIl» — OR 1-3; puck «Bbicokuli» — OR 3-5.

3aknueHue:

TF (c.739C>T; p.Leu247=)

Fen TF kogupyeT 6enok TpaHCHEPPWH, KOTOPbIA TPAHCMOPTUMPYET Xenes3o W3 KULEeYHWKAa, PEeTUKYNOSHAOTeNnManbHOW CUCTEMbl WU
napeHxMMaTo3HbIX KNeToKNneYyeHn Bo BCe NponudepupyroLme knetTku opraHnama. BapmanTt ¢.739C>T reHa TF BnusieT Ha ypoBeHb TpaHcdeppuHa

B CbIBOPOTKE KpoBU. BbisiBneHHbI reHoTun C/T BapnaHnTa ¢.739C>T reHa TF accounvpoBaH ¢ 6onee HU3kumu ypoBHAMU TpaHcdepprHa n 6onee

BbICOKUMU YPOBHSIMU cheppUTUHa.

TMPRSS6 (c.2246T>C; p.Val272Ala)

eH TMPRSS6 kogupyeT TpaHCcMeMOpaHHY cepuHoBYto NpoTenHasy Tuna ll. 31oT 6enok perynupyeT romeocTas xenesa nyTem UHrmbrnposaHus
aKkcnpeccuu rencuguHa. BapuaHTt ¢.2246T>C paccmaTpuBaeTCcsi Kak reHeTU4eckuin paktop pucka geduumnta xenesa. Takxke HOCUTENLCTBO T
annenst cesszaHo c 6onee HW3KUM remornobuHom, Gonee HU3KUM PEPPUTUHOM B MNasMe W CHWXKEHHbIM PUCKOM NEeperpysku Xernesom.
BoisiBneHHbI reHoTun C/T BapuaHTa €.2246T>C reHa TMPRSS6 cooTBeTcTBYET 60Mee HU3KMM ypPOBHSIM heppuUTUHA.

®DYHKLUN reHOB:

len TF TpaHcceppuH

Fen TF «koaupyeT O6enok TpaHCKheppWH, KOTOPbIA TPaHCMOPTMPYET >Kene3o W3 KuLeYHUKa, PeTUKYNo3HAOoTenuanbHOW CUCTEMbI U
napeHx1MaTo3HbIX KNeToKneyYeHn Bo Bce nponudepupyoLme knetku opraHuama. Mocne BeicBobOXAEHNS xene3a TpaHcheppUH 1 ero peuenTtop
BO3BpaLLaloTCs B HEM3MEHEHHOM BUE BO BHEKIIETOUHYO Cpeay U KNeToYHyo MemMbpaHy COOTBETCTBEHHO. DTOT HENOK Takke MOXeT urpatb
(PU3NONOrMyeckyo posb B Ka4eCTBE rpaHynouuTapHo-nblnbLEBOro cBAsbiBatoLero 6enka (GPBP), yuacTByioLLero B BbiBeAeHUN OnpeaenéHHbIX
OpraHV4eckux BELLLECTB 1 annepreHoB 13 CbIBOPOTKM KPOBU.

e TMPRSS6 TpaHcMemGpaHHas cepuHoBas npoTteasa 6

e TMPRSS6 koaupyeT TpaHCMeMOpaHHyl0 CepuHOBYIO MpoTenHasy Tuna ||, MpuKpenneHHy K NOBEPXHOCTW KNeTKu, KoTopas noAasnseT
3KCMpeccuio rencmanHa. AToT Benok Takke MOXeT y4acTBOBaTb B MpoLeccax peMoAenupoBaHns MaTprKkca B NeYeHn.

Bpau KOJ1: OpobpeHo: OATA OQOBPEHUA

Cuctema ynpasneHus n MeHemkMeHTa kadectsa nabopatopuu ceptudumumpoBara no cranaaptam FOCT P UCO 15189.

NaGopaTtopus perynspHo NpoXoAnT BHELLHIO OLEHKY KayecTBa KIMHUYecknx nabopaTopHbix nccnegoBaHuil no otedectseHHbIM (PCBOK) n mexxayHapoaHeim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» siensetcst YneHom accoumaumm "®eaepaums JlabopatopHoin Meauumnbel”, cotpyaHunkm OO0 «Xpomcuctemcllab» BxoaaT B
cOoCTaB KOMUTETa Mo XpomaTorpadu4eckm MeToaam UccreoBaHNin U XpOMaTo-Macc-CnekTpoMeTpuu.
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Pe3ynbTaToB UcCeA0BaHNii HEAOCTATOUHO AN NOCTAHOBKM AMArHo3a.
OBsi3aTernbHa KOHCYNbTaLMs Nevallero Bpava.



