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FeHoanarHocTMKa ceMenHOM cpean3eMHOMOPCKOM NMxXopaaku (nepmoanyeckas 6onesHb)

MNMokasaTtenb PesynbTtar Ped. 3HaueHus

O6Hapy>XeH roMO3UroTHbIA NaTOreHHbIN He o6HapyxeHo naTereHHbIX BapnaHToB

BapuaHT: p.V680M (rs123456) B0O 2,3,5,10 ak3oHax reHa MEFV
KommeHTapum k npobe: Y naumeHTa o6HapyxeH naToreHHbIn BapuaHT B reHe MEFV. BbiiBneHne naTonorud4eckon roMmo3uroTHom
MyTaumu nnbo AByX reTepo3nroTHblx MyTaumun reHa MEFV noaresepxaaeTt guarHo3 cemMeiHon cpean3eMHOMOPCKOW NMXOPaaKu.
CemeliHas cpemM3eMHOMOpPCKas nNMxopazka npeacrasnsiet cobor HacneacTBEHHOE ayTOCOMHO-peLieceliBHoe 3aboneBaHue,
BbI3blBaemMoe MyTauusamu B reHe MEFV , koTopbiii kogmpyeT 6enok NMpuH, CUHTE3MpyeMbIi B KneTkaxX FpaHynouuToB. Hanvmume ogHom
reTepo3uroTHON MyTaLuy NOBbILLIAET BEPOATHOCTb AAHHOIO AMarHo3a v ornpasabiBaeT Hayano Tepanvu npenaparamMmm KonxuumHa.
MyTaumm B gaHHOM reHe NpMBOAST K NMOBbILLEHHON YYBCTBUTENBHOCTU KIETOK UMMYHHOW CUCTEMbI K UHTEPIENKMHY-1. KnuHnyeckn
BblAensaoT ABa heHoTMNna CeEMeHON Cpean3eMHOMOPCKOM NUXOpaaKX: NepBbli BapuaHT XxapakTepusyeTcs Nnpuxoasainmm
peunanBupyOLLMMY 3NM304aMy CUCTEMHOW BOCNANUTENbHON akTUBHOCTHU, NPOSBNSALINEEH TMX0pPaaKkou, ceposmtamm, 6onsamm B
XWBOTE, apTponaTUsiMM U aMMronMago3oM; BTOPOM BapuaHT XapakTepmnayeTcsl HanninemTornbko aMmunonaosa.

MyTauun reHa MEFV Bo 2,3,5 1 10 ak3oHax

PasBepHyTOe 3akntoveHne B cooTBeTCTBUM C pekoMeHaauusmm HGVS n EMGQN moxeT ObiTb NpeocTaBneHo no 3anpocy.
MpeacTaBneHHble AaHHbIE U MHTEpNpeTauns pe3ynbTaToB COOTBETCTBYIOT pekomeHaaumnssm American College of Medical Genetics, a
Takke European Molecular Genetics Quality Network. Micnone3yemble pedepeHcHble nocnegosartensHocT - NG_007871.1,
RefSeqGene (LRG_190).
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