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MeToa: MNLP B pexxume peanbHOro BpeMeHu

BapuaHT B reHe PGR (lMporectepoHoBbIN peLenTop)

leH HavnmeHoBaHue reHa BapuaHT [eHoTun Puck
PROGINS;

PGR [porecTepoHOBELIN peuenTop g.101062681C>A; C/A [NoBbILLEHHbIN
c.1486G>T

Pacwugpposka puckos: puck «[TpomekmugHbili» — OR 0—1; puck « CpedHenonynsayuoHHbIli» — OR 1; puck «[llosbiweHHbIl» — OR 1-3; puck «Bbicokuli» — OR 3-5.

®DYHKLUN reHOB:

leH PGR lMporectepoHoBbLIN peuenTop

"'eH PGR kopupyeT reH nporectepoHOBOro peLenTopa - NraHa-3aBMcMmoro dpaktopa TpaHckpunuum, umetoLero 2 nsodopmel - RPA n PRB. PRA
1 PRB onocpeaytoT pa3Hbiin achdekT nporectepoHa, 3aBucsLLmi oT Tuna tkaHn: PRB TpebyeTcs Ansi HopmanbHOro pa3suTus MOJIOYHbIX Xenes, a
PRA — onsa npaBunbHOro passuTus MaTku v noaaepxxaHus penpoayKTUBHOW yHKLMK. [ledekTbl B 3TOM reHe CBS3aHbl C Pe3NCTEHTHOCTBIO K
MpPOrecTepoHy.

3aknoyeHue:

PGR (c.1486G>T; p.Val660Leu; V660L; PROGINS; rs1042838)

leH PGR koOupyem npogecmepoHO8bIl peuenmop - nuzaHd-3agucumbili chakmop mpaHcKpunuyuu, umerouul 2 usogpopmsi - RP-A u PR-B,
Kkodupyemble 00HUM 2eHoM - PGR. Peuenmopbi npozecmepoHa npedcmasnieHbl 80 MHO2UX MKaHsX, 0COOEHHO 8aXHO UX 3Ha4YeHue 8
penpodykmusHOM mpakme, MOfI04YHOU xesne3e u yeHmparnbHoU HepsHou cucmeme (LUHC). Bapuanm NC_000011.10:9.101062681C>A eeHa PGR
npuesoduUM K U3MEHEHUI Yy8CmaumesibHOCMuU peyernmopa K npo2ecmepoHy ecriedcmeue HapyweHUs npouyeccos cesi3bieaHusi nuzaHda obeumu
usogopmamu peuyenmopa. BbiseneHHbili 2eHomun C/A eapuaHma NC_000011.10:9.101062681C>A 2eHa PGR cesi3aH CO CHUXXEHHOU
4yyecmeumesibHOCMbI0 peyenmopa K npo2ecmepoHy. ['eHomun accoyuuposaH ¢ PUCKOM pa3gsumusi COCMOSIHUL, C853aHHbIX C HeO0CMamKom
rpozecmepoHa: puck pa3gumusi ducnaacmu4yecKkux UsMeHeHull 20pPMOHO3a8UCUMbIX mKaHel (3HOoOMempusi, MOSI0YHOU Xese3bl, Mpocmamsi),
aunepaHOpo2eHUs Yy XEeHWUH, akHe, aslorneyusi, 803MOXHO MMO8bIULEHUE mpesoxHocmu ecriedcmeue Oelicmeusi npozecmepoHa Ha LIHC,
CHL)XeHue HelliponiacmuyHocmu.

Bpau KOJ1: OpobpeHo:

Cuctema ynpasrneHus u MeHekKMeHTa kayectsa nabopatopuu ceptuduumpoBara no crangaptam FOCT P UCO 15189.

JlabopaTopwsi perynsipHo NPOXOAUT BHELLIHIO OLIEHKY Ka4yecTBa KIMHUYecknx nabopaTopHbix nccrneaoBaHmii no otevectseHHbIM (PCBOK) n mexxayHapoaHeim (RIQAS, RfB, ERNDIM)
nporpammam. OO0 «Xpomcuctemcllab» siBnsetcs uneHom accoumauuu "deaepauus flabopatopHon MeauumHel”, cotpyauukn OO0 «Xpomcuctemcllab» BXoaaT B COCTaB KOMUTETa MO
XpomaTorpacduieckmM MeTogam UCCrefoBaHMin 1 XPOMAaTO-Macc-CNeKTPOMETPUN.

GovATOn Nuuerans: N1041-01137-77/00368418 ot 23.09.2020 r.
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CUATY ASSURANCE I LABORATORY TESTNG FOR M

WV - BaHHbiii nokasaTenb HAXOAUTCS B HUXHEN rpaHuLe HOpPMbI, pekoMeHayem 0BpaTuTh Ha Hero BHUMaHMe.
- [laHHbIii NokasaTterlb HaXoAMTCS B BEPXHEN rpaHnLe HOPMbl, PEKOMEHAYeM 06paTUTb Ha Hero BHUMaHue.
— - JaHHblii NokasaTesb Hke HOPMbI, PEKOMEHAYEM 0BpaTUTLCS 3a KOHCYMNbTaumMel K CneumanucTy 1 BOBpemst OTCNeanTb U3MEHEHMS.

= - [aHHbIii nokasaTenb BbILLE HOPMbI, PEKOMEHAYEM 0BPaTUTLCA 3a KOHCYNbTaLmel K CrieuManicTy 1 BOBPeMS OTCNEANTb USMEHEHNS.

PeSyJ‘IbTaTbI aHanu3oB He SBMATCA AMarHO30M, HO MOMOraloT B €ro NocTaHoBKke. He nbiTanTeck NHTEPNpPeTUpoBaTh MX camocToaTenbHo. MHorve nameHeHns
nHaveuayarnbHbl, MOMOYb pa306paTbc;| B HUX MOXET TONbKO crneunanucr.

Pe3yﬂhTaTbl, KOTOpble 0T06pa)KeHbI B BUOE 4YMCNa CO 3HAKOM <, HeOﬁXO,ClMMO pacueHnBaTb Kak pesynbTaT MeHblue npefena Konu4yectBeHHOro OGHapy)KeHMSl MeToaukn n OGODyAOEaHMﬂ Ha
KOTOPOM BbINONHANCA aHanus.

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