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MOJIEKYJIAPHO-TEHETUYECKOE TECTUPOBAHHUE I10 I[TPOOUJIIO
«[TPEAPACITIOJIOKEHHOCTD K PASBUTHUIO AYTOMUMMYHHOTI'O
[IOPAXKEHUA CYCTABOB, 2 MAPKEPA»

@®.1.0. TALIUEHTA:
ATA POXKJIEHUA ITALTMEHTA:
[10J1:
PE3YJIbTAT AHAJIN3A Ne:
HAITPABJIAIOIIEE YYPEXKEHUE:
ATA BBIJIAYU:

PE3YJIbTATBHI TEHETHUYECKOI'O TECTUPOBAHUA:

variation/ FeHoTHIT

[Tonumopusm/MyTarus

Polymorphism/mutation e i R variation = Genotype
TNFAIP3 rs6920220 G>A 4 G/G
PTPN22 rs2476601 G>A 4 G/G

UMHTEPIIPETALIMA TEHETUYECKHUX BAPUAHTOB:

I'eH, rs KoupyeMebiii 6eJ10K 1 ero GyHKIHsI Bai reHoTHIT HHTepnpeTanusi (aCCOIMUPOBAHO C)

KOHTpOJ’[I/IpyeT BOCIIAJINTEJIbHBIE p€aKIUU 1
TNFAIP3 G/G N . H
rs6920220 npeaoTBpaliaeT gzziﬁl;e dYTOUMMYHHBIX ONyJIALMOHHBIXM BAPUAHT. HOpMa.

['eH KofupyeT NpoTerH-TUPO3UHOoCchaTazy
HepeLeNnTOPHOro TUINA 22, TaKXKe U3BeCTHas Kak
mumouncnenrnpuyeckas Tupo3nHdocdaTasa,
KOTOpas AB/IAETCSA MOILHBIM HHTM6UTOPOM
aktuBauuu T-1uMonuToB. MyTalnuu B 3TOM reHe
MOTYT GBITb CBSA3aHbI C PAZOM ayTOUMMYHHBIX
3abo0JieBaHMH, BKIKOYad Juabet 1 Tuma,
pPeBMaTOU/HBIHA apTPUT, CUCTEMHYIO KPacHY0

BOJTYaHKY U 60J1e3Hb ['peiiBca. [loyoxuTENIBHO G/G [lonynsiuuoHHbINR BapuaHT. HopMa.
peryJupyeT npoJykuuio uHTepdepoHa 1 Tumna,
UHJYLMPOBAHHYIO TOJIJI-I0JA00HBIMU
penentopam# (TLR). Cioco6eTByeT
IPOTUBOBUPYCHOMY OTBETY X035IMHa,
orocpeZoBaHHOMY UHTepdepoHoM 1 THmna (1o
cxonctBy). Perynupyet nnaynuposanHyto NOD2
CeKpeL U0 NPOBOCTAHUTE/bHBIX LIUTOKUHOB U
ayTodaruio.

PTPN22
rs2476601



mailto:info@cerbalab.ru

3AKJ/IIOYEHUE:

[To uccieayeMbIM TeHETUYECKMM BapUaHTaM PUCK Pa3BUTHUS ayTOMMMYHHBIX MPOLECCOB (BKJ. PHUCK PEBMaTOUHOTO
apTpuTa) CpeAHENONY IsI[MOHHbIH.

O6paTuTe BHMMaHHUe, YTO Apyrue reHeTHyeckKHe W KJIUHUYeCKUe GAKTOpbl TakXe MOTYT OKa3blBaThb BJHSHHE Ha
JlaHHBIN PUCK.

PEKOMEH/IOBAHO:

KOHCYJIbTaLU/IH Jieqaljero Bpayda 1o pe3yjbTaTaM UCC/IeJOBAHUA.

AHAJIN3 ITPOBOJUJIU:
Bpau-reHeTuk: CeBocTbsiHOBa A.M.
Bpad J1abopaTopHbIi reHETHK: O6yxoBa 0.10.

PeBMaTONUAHBIN apTPUT

PeBMaTOW/AHBIN apTPUT - XpPOHUYECKOe 3aboJieBaHME, CBSI3aHHOE C HapylleHWeM paboTbl MMMYHHOW CHUCTEMBbI U
NOBpeX/alolliee CYCTaBBbl.

I'en TNFAIP3 (bakTop Hekpo3a onyxoJiu anbda-uHAyLHb6ebHbIN 6es0k 3) koaupyeT 6es10k A20. Besok A20 BeInosiHSIET
BOXKHYI0 QYHKIMIO B paboTe MMMYHHTETA 4YeJIOBEKa - KOHTPOJUPYET BOCHAJUTENbHbIE PEAKLUH U NPeOTBpaLiaeT
pa3BUTHE AyTOMMMYHHBIX PEaKIUH.

Korza B opraHusMm mnomnajaeT MHQeKLMS WM pa3BUBAeTCHd OMNYyX0Jb, B KJIeTKaX aKTUBHUPYeTCA KackaJ, peakLuH,
HallpaBJ/IeHHbIX Ha MOOW/IM3aLUI0 UMMyHUTeTa. K/1loueBbIMU aKTHBUPYIOLIUMMU MOJIEKYJIaMU B 3TOM KackaJie sBJIAITCH
6esnxku NF-kB. NF-kB cBsizbiBatoTcsa ¢ JIHK v cTUMyJ/IMpYyIOT CHHTE3 rpynnbl UMMYHHBIX G€JIKOB, YYaCTBYIOLIUX B
BocrnasieHud. YpeamepHas aktuBanus 6eakoB NF-KB MoxxeT mpuBecTH K CU/IbHOMY BOCHAJIEHUIO WJIM ayTOMMMYHHBIM
3a60/1eBaHUSAM, NPU KOTOPbIX MMMYHHasl CHUCTeMa 4esjoBeKa HayWHaeT BOCIPHHUMAThb COGCTBEHHble TKaHM, Kak
4y)KepoJHble, U TIOBPEXJAThb UX.

Benok A20 koHTposinpyeT akTuBHOCTb NF-KB, mpepbiBasi 1jenb KackaAHbIX peaKii. N 3BeCTHBI reHeTHYeCcKre BapUAHThI
reHa TNFAIP3, koTopble IPUBOJAT K CHUKEHHOW aKTUBHOCTHU Gesika A20. B pe3ysbTaTe MOBBIIAETCS PUCK PA3BUTHSA
ayTOMMYHHBIX 3a60/IeBaHUH, B TOM 4YHCJle apTpUTa.

gy
BapuanTsl reHoM cucTeMbl HLA (r/1aBHOr0 KOMIJIeKCa THCTOCOBMECTUMOCTH) - ellje 0AUH GaKTOD, onpeJessomuil prucK
peBMaTOMJHOr0 apTpHTa. ot




