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WccnepoBaHue PesynbTaT KoMMeHTapuit
leH TNFRSFIA M. CM.KOMM. MpoBoANNOCE UCCNefoBaHVe Ha NpeaMeT BoisiBneHns CeMmenHom

NepuoaNMYECKON TMXOPAAKMK.
Pe3ynbTaT NpunaraeTcst Ha OTAeNbHOM 6/aHKe.

BHuMaHne! B aneKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCeN0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHnii He SBMSOTCS AnarHo3oMm, Heobxoamma KOHCY/1bTauuda cneunanncra.
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https://www.invitro.ru/analizes/for-doctors/1219/9280/

Onucanue pe3yJibTAaTOB UCCJIETOBAHUS

MH3 999999999

®.U.0., 1998 r.p., oocnenoranack B OO0 «HezaBucumas nadboparopus MTHBUTPO» ¢ nensio
noucka mytaiuii B rene TNFRSFIA, npuBoasmux Kk BOSHUKHOBEHUIO CEMENHON MEepHOANIECKOM
JMXOPAJKH, aCCOIMUPOBAHHON C MyTaIliel TeHa pernentopa (pakropa HeKpo3a omyXxonu (Ipoduib
No 7799).

Ilepuoouueckuit cundpom (MUxopaoKa), ACCOUUUPOSAHHBLI C Mymayuell 2ena peyenmopa paxmopa nexposa onyxonu (TNF-receptor-
associated periodic syndrome -TRAPS) — cemeiinas nepuoduueckas auxopadka, Haciedyemas no aymocoMHO-00MUHAHMHOMY MUny.
OCHOBHBIMU  KTUHUYECKUMYU NPUSHAKAMU AGIAIOMCA: NePUOOUHECKU B03HUKAIOWUEe NPUCTTYNbL TUXOPAOKU, MbluieyHble 00U, Ooau 6
Jrcueome, apmpum, Konvionkmueum. Pasopasxcaiowas coins wacmo pacnonazaemcs 6 obnacmu 6one3HeHHvix epynn muluty. Bo epemsa
NPUCYNO8 TUXOPAOKU, OOBIYHO, GbIAGNAIOM NEUKOYUMo3 U NogvluleHue 8 Kposu Gaxmopos ocmpoi gaszvl eocnarenus. Yacmoma
BO3HUKHOBEHUS AMAK JUXOPAOKU U UX UHMEHCUBHOCTb CUTLHO BAPLUPYIOM.

B obpasue JIHK oOciaegyemoii MeTogoM MpsIMOTO aBTOMAaTUYECKOTO CEKBEHHPOBAHUS
KOJMPYIOLIEH NOCIEA0BATEIBHOCTA U 3K30H-UHTPOHHBIX COCIUHECHUN MPOBEAECH MOUCK MyTallui
B reHe TNFRSFIA.

Y o6cinenyemoii He BbisiBjJeHbl MyTanmun TNFRSFIA, uro uckiw4daer y Heé nuarHos’
«IMEePUOAUYECKOr0 CHHAPOMA, ACCOUMHUPOBAHHOIO ¢ MyTauueill reHa peuenropa gakropa
HEKPO03a OIyXO0JIN».

AHK ®.1.0. reH TNFRSFIA

108.1 MNaToreHHble N BEPOSATHO NATOrEHHbIE
BapuaHTbl HE BbISIBNEHbI

[lepuonuueckue TMXOPAIKH MOTYT OBITh CIEJACTBUEM MYTallUidl B OOJIBIIIOM YKCIIE JPYTHUX TEHOB
(ELANE, LPIN2, MEFV, MVK, NLRP3, PSTPIP1, NLRP12, TRNT1, NLRC4, PLCG2,
NALP12, PYPAF7, RNO, FCAS2, FCAS3, APLAID, CARD 12, CLAN, IPAF, AIFEC, FCAS4,
CIASL, FCU, FCASL, NALP3, PYPAF1).

YuuThIBasi TCHETUYECKYIO T€TEPOreHHOCTD (T. €. BBI3BIBAETCS OOJBIIUM YHCIOM Pa3HbIX T'€HOB)
COCTOSIHHUSI, @ TAKKE €CITU €CTh OCHOBAHUS MPEIoaraTh HATMYNE KaKOTO-TH00 HACJIEICTBEHHOTO
3a00J€BaHus, 1EIECO00Pa3HO PEIIUTh BOMPOC O TMPOBEIECHUU HK3OMHOTO CEKBEHHPOBAHUS,
MO3BOJISIONIETO TIPOBECTH OJTHOBPEMEHHBIN MOWCK MyTaluii B Oosbiom yucie reHoB. B OO0
«HezaBucumas mabopatopuss UHBUTPO» nanHoe wuccinenoBaHWe B HACTOsIIEe BpeMs HE
MPOBOAUTCSL.

[Ipy HEOOXOUMOCTH MOTYUYECHUS JOTIOJHUTEIbHOU HHGOPMAIIMH 110 Pe3yiibTaTaM 00CIeA0BaHNUS
PEKOMEHAYETCsl KOHCYJIbTallUs Bpaua-TeHETHKA.
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