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MaumnenT: OBPA3EL Ne 3asBku:
Bo3spacrT: 56 n.

Mon: M

[Oarta B3ATuaA:

[aTta BbINONHEHUA: Buomartepuan: Kpoeb ¢ 3ATA

MeTopa: [lnarHocTn4yeckoe ceKBEHUpoBaHue

OunarHocTtuka npu xupoBoun 6one3Hun neyeHu (reH PNPLA3)

PedepeHcHbIii ananasoH

AHnanus PesynbTtart HopmanbHbliii ypoBeHb

BbisBneHue BapuaHTta 1148M (c.444C>G; (c 45282?;? Illéfféleet)

p.lle148Met) B rene PNPLAS npu
HearnkoronbHon 60ne3Hn neyeHu

BapuaHTa 1148M (c.444C>G; p.lle148Met) B reHe

B reHe PNPLA3 He PNPLA3 He obHapyxeHo
obHapyxeHo

Y nayueHma He obHapyxeH eapuaHm 1148M (c.444C>G, p.lle148Met) e 2ceHe PNPLA3. Omcymcmeue 0aHHO20 8apuaHma 3HaqumesibHO CHUXXaem PucK passumusi

2eHemu4ecKu accoyuuposaHHol Memabonuyecku accoyuuposaHHol xuposoli bonesHu neveHu (MAXKBIT; ycmapeswee Ha3gaHue — Hearko2osbHasi xuposasi 6051e3Hb

neyeHu (HAXKBI)). BapuaHm 1148M (c.444C>G, p.lle148Met) siensiemcs 0OOHUM U3 8axKHbIX 2eHeMUYeCKUX ¢hakmopos, nosbiwarouux puck pazsumust MAXKBI1, oOHako

e20 omcymcemeue He UCKIrYaem roIHOCMbo 803MOXHOCMb pa3sumusi 0aHHO20 3abonesaHusi. [na duggepeHyuansHol duazHOCMUKU ¢ OpyauMu XpOHUYECKUMU

3abonesaHUsIMU NeYeHU peKoMeHOyemcsi Mpo8ecmu CKPUHUH2 Ha 2eHEeMUYECKYI0 Namosio2ulo reyYyeHu, a makxe CKPUHUHZ Ha aymoOUMMYHHbIe MOpaxeHUsi rneyeHu

(aymoumMyHHbIl 2enamum, rnepsuyHbIt bunuapHbIl 4uppo3), BUPYCHBbIU 2ernamum. Mcronb3yemble peghepeHcHbie nocrnedosamenbHocmu: PNPLA3 — NM_025225.3.

Bpau KOJ1: OpobpeHo: OATA OOQOBPEHUA

Cuctema ynpasrneHus u MeHeKMeHTa kayectBa nabopatopuu ceptudumumpoara no crangaptam FOCT P UCO 15189.

JlaGopaTopuisi perynsipHo NPOXOAUT BHELLIHIO OLIeHKY Ka4yeCTBa KMUHUYECKUX NabopaTopHbIX ccreaoBaHumii no otevectseHHbiM (PCBOK) n mexayHapoaHsim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» siBnsieTcst YneHom accoumaumm "®eaepauums JlabopatopHoin Meauumhbl”, cotpyaHunkm OO0 «Xpomcuctemcllab» BxoasaT B
coCTaB KOMUTETa MO XpomaTorpadmyeckuMm MeToaam UCCNefoBaHNn N XpoMaTo-Macc-CneKTPoOMEeTpUn.
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WV - OaHHbii nokasatenb HAXOANTCS! B HWXKHEN rPaHNLIE HOPMbI, PEKOMEHAYEM 0GPaTUTL Ha HEro BHUMaHMe.
- [laHHbIi Noka3aTerlb HaXoAMTCS B BEPXHEN rpaHuLie HOPMbI, peKOMeHayeM o0bpaTuTb Ha Hero BHUMaHue.
== - [lJaHHBIV MOKa3aTenNb HIDKe HOPMbI, PEKOMEHAYeM 06paTUTLCS 3a KOHCYNbTaLMen K cneuuanucTy 1 BOBpeMsi OTCNeanTb U3MEHEHMS.

+ - ﬂaHHblﬁ nokasaTersib Bbille HOPMbI, peKOMeHaQyeM 06paTVITbC$I 3a KOHCyJ'IbTaLI,VIeVI K cneuuanucTy n BOBpemMsa oTcrnegnTb USMEeHeHUA.

PESyJ'IbTaTbI aHanu3oB He SIBMSATCA AMarHo30oM, HO MOMOraloT B €ro nocTtaHoBke. He nbitanTech NHTEepnpeTnpoBaTb NX CAMOCTOATESIbHO. MHorve n3meHeHuns
nHanBuayanbHbl, MOMOYb pa306paTbcsi B HUX MOXET TOJNbKO cneuuanuct.

PesynbTaTthl, KOTOpble OTOGPaXeHbl B BUAE YMCTA CO 3HAKOM <, HEOBXOAMMO pacLieHMBaTb kak Pe3ynbTaT MeHblue Mpeaena KOMMUYECTBEHHOrO OGHApYXeHWs METOAWK U 0BopyAoBaHus Ha
KOTOPOM BbIMNOMHAMCS aHanus.

Pe3ynbTaToB UcCeA0BaHNii HEAOCTATOUHO AN NOCTAHOBKM AMArHo3a.
OBsi3aTernbHa KOHCYNbTaLMs Nevallero Bpava.





