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MokasaTenb ‘ Pe3ynbTart \ PedepeHcHbIN MHTepBan

MoneKynﬂpHo-reHeTuquKue unccnepgoBaHusa

[00117] MonumopchU3M reHoB LLUTOKMHOB (LUTOKUHOBLIN NPodUilb, UMMYHHas KOHCTUTYLMS YeroBeKa) - 6yKKanbHbIN
anuTenun

LinTokmHoBbLIW Nnpodusnb
leH Koaupyembin 6enok Monumopcuam Jokanusauusa | Pesynbtar LWudp
IL18 WHTepneiikuH — 18 C/G (rs187238) -137G/C C/IG 2

IL-18 oka3biBaeT npoBocnanuTensHoe AeNCTBUE.

rs187238 npeacraBnseT co6on 0AHOHYKNEOTUAHYIO 3aMeHy B reHe 1L18, kogupytoliem uHtepneikvH 18 (IL-18).

Hannuve annens G aensieTca A0ONONHUTENBbHLIM (DAaKTOPOM pucka penpoayKTUBHBIX Npobnem B codeTaHuy ¢ ApyriMn HebnaronpusTHbIMKU BapuaHTaMmu
nonumopdwuamos reHa IL1RN.

Yacrota annenen: C=0.7358
OpueHTauus reHa: MUHYC

CuHoHumbl: G>C (no nnocoson Lenm)

IL1RN AHTaroHucT peuentopa nHTepnenkuHa 1 VNTR Intron5 2R/2R 3

"eH IL1RN koaupyeT aHTaroHUCT peuenTtopa nHtepnekuHa 1 - IL-1Ra.

Bo BTOPOM MHTPOHE reHa ecTb y4acToK C BapbMPYHOLLMM YUCNOM TaHAeMHbIx nosTopoB VNTR, anvHa ogHoro nostopa - 86 n.H.

YacTbiMu BapuaHTamm 3Toro nonumopdusma sBnsTcs:

4R =1

2R=1I

Hanunune annens 2R accoumMmnpoBaHO CO CHUXEHHON akTMBHOCTBLIO IL-1Ra, To ecTb 6onee BbICOKMM ypoBHeM IL1. MoaToMy HOCUTENbLCTBO Takoro annens senseTcs
haKTopoM pu1cka HeBblHaLIMBaHWs 6epeMeHHOCTH, Gecnnoaus, NPeaknaMncum, NpexaeBpeMeHHbIX POAOB, HeyaayHbIx nonbiTok KO.

IL1RN AHTaroHuCT peuentopa nHTepnemnkmHa 1 ‘ T/C (rs4251961) ‘ -1129T>C TT 1

'eH IL1RN koaupyeT aHTaroHUCT peuenTopa uHtepnenkuHa 1 - IL-1Ra.

Monumopdumam rs4251961 accoummpoBaH Co CHUXEHHOW npoaykumei IL-1Ra.

Mpwn Hanuuun anennsa C noBbllwaeTcs NpoBoCcnanuTenbHas akTUBHOCTb MHTepnenkuHa IL1, 4To MoxeT NpuBoAnTL K HeBNaronpuATHLIM OCNIOXHEHUAM
6epemMeHHOCTU.

MoaTomy HOCUTENbCTBO TaKOro annens sBnseTcs akTopoOM pucka HeBbIHALLMBaHUSt 6epeMeHHOCTH, 6ecnnoaus, NPesKknamncum, NpeXxaeBpeMeHHbIX POAOB,
HeygayHbix nonbiTok AKO. Takke NOBbILLAETCSH PUCK OXMPEHUS, MHCynHopeaucteHTHocTn npu CIKA, caxapHoro anabeta 2 Tuna.

Yacrota annenen: T=0.64774

OpMeHTaLI,VIH uenu: nntc

IL1B Wntepneitkut 1b | GIA(rs16944)  -511G>A GIA 2

IL1B kopupyeT nHTepneiikuH IL1 GeTa.

MHTepnelkmH oTHocuTCA Kk cemencTy IL1 1 oka3biBaeT npoBocnanuTensHoe AencTBre.

Annenb G accouMMpoBaH € NOBbILLEHHLIMU KOHLIEHTpaLusaMn nHTepnenkuHa IL1 6eta, 4To BeAeT K yBENMUYEHUIO pUCKa HeBbIHALLMBAHUA GepeMeHHOCTH,
6ecnnoaus, HeyaayHbix nonbiTok AKO.

eHoTvn AA noBbILAET pUCK OCTE0apTpOo3a.

Yacrota annenen: A=0.359052
OpwueHTauums uenu: nnoc

CUWHOHUMBI: €.-511

IL1B WHTepnevikuH 1b \ C/T (rs1143634) ‘ +3953C>T CIT 2

IL1B koaupyeT nHtepneiikuH IL1 beTa.

MHTepnelkmH oTHocuTCA k cemencTy IL1 1 oka3biBaeT npoBocnanutensHoe AencTBre.

Hanuuve annens T accoumMmnpoBaHo C BbICOKUM ypoBHeM IL1 6eTa.

OB6HapyxeHne HebnaronpusiTHbIX BApUaHTOB CBA3AHO C PUCKOM HEBbIHALLMBaHUS GepeMeHHOCTH, 6ecnnoaus, HeyaadHbix nonbitok AKO.

Yacrota annenen: C=0.772822
OpvieHTaums Lenu: MUHyc

CurHOHMMBI: €.+3953, G>A (no nnocoBoi Lenwu)

IL4 WHTepneiiknt — 4 | CIT (1s2243250)  -589C>T c/C 1

['eH IL4 koampyeT nHTepnenkuH 1L4.

IL4 HanpaBnseT UMMYHHbI OTBET HE N0 LIUTOTOKCUYECKOMY NyTH, @ NO rymopanbHOMy.

[Ina HebnaronpuATHbIX NONMMMOPdK3MOB reHa IL4 xapakTepHbl Bbicokve Lndpbl B-numdoumntos (CD19), xennepos (CD4), cHuxeHHble umdpbl kunnepos (CD8).
[aHHbI nonMMopuam BAUSET Ha NPOAYKLMIO UHTEpnenkuHa 4.

Hanunune annens T accoummpoBaHO C PUCKOM ayTOMMMYHHbIX COCTOSHUN.

Casizka BapuaHToB T/T 1 2R/2R (IL4 VNTR) 3HauuTEnbHO NOBbILLAET PUCKM.

Yacrota annenen: C=0.5302

OpMeHTaLI,VIﬂ uenu: nnwc

CVHOHMMBI: €.589
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3aka3
MokasaTenb Pe3ynbTar PedhepeHcHbIN MHTepBan
IL4 WHTepnevikuH — 4 VNTR Intron3 3R/3R 1

e IL4 kogupyeT uHTepneikvH 1L4.

WHTepnenknH 4 HanpaensieT MMMYHHbI OTBET He MO LIUTOTOKCUYECKOMY MyTW, a N0 ryMopasibHOMY.

B reHe IL4 B MHTpOHe 3 eCTb y4aCTOK C Bapb1pYOLLMM Y1CNOM TaHAeMHbIx noBTopoB VNTR anuHoit 70 n.H. YacTele BapuaHTbl nonumopdusma:
3R = 3 nostopa = RP1

2R =2 nosTtopa = RP2

Hanuuve annens 2R (RP2) noBbiliaeT puck ayTOMMMYHHbIX COCTOSIHWIA U PUCK NPE3KNaMmncuu.

Yacrora annenen: RP1=0.8

GIA
(rs1800629) ~308G>A G/G 1

TNF (PHO-anbda, dpaktop Hekposa onyxonu-anbda) SBNAEeTCH OAHUM U3 MOLLHbIX LIUTOKMHOB, BblpabaTbiBaOLLMXCS aKTVUBMPOBaHHBIMU LIUTOTOKCUYECKAMU
knetkamu npu Th1-uMmmyHHOM oTBeTe. Pe3ko noBbILLaeTCs Npu LIENIOM psiie COCTOSHUI BOCMANUTENbHOrO Xapakrepa.

'eH HaxoauTcst Ha 6-i XxpoMocome B nonoxeHun 6p21.3 B coctaBe rnaBHOro komnnekca rucrocoemectumoct MHC (HLA).

Monumopdunam npeactasnsiet 3ameHy G Ha A B TPOMOTOPHO 061acTu reHa, kotopas NpuBOAUT K pe3KOMY MOBLILLEHUIO NpoayKumK umToknHa TNF B opraHuame.
HocutenbcTBo annenst A conpsixeHo C NoBbILLEHNEM pycka psiaa 3aboneBaHuii ¥ COCTOSIHUIA: OTTOPXKEHWE TpacnnaHTaTta, actMa 1 XpoHu4eckue o6CTPyKTUBHbIE
3aboneBanus nerkux, 6onesHb KpoHa, nwemmnyeckas 6onesHb cepaua, 3aboneBaHusi NEYEHU, ayTOMMMYHHbIV TUPEOAUT, NCOPUas, PacCesiHHbIN CKIepo3 v Apyrue
ayTOVMMyHHble 3aboneBaHus.

A npu 6epeMeHHOCTM NOBbILLIAET PUCK: HEBbIHALWIMBaHNA 6epeMeHHOCTH, NPeXAeBPEMEHHbIX POAOB, 3aAEPXKKN BHYTPUYTPOOHOro pocTa nnoaa, Npeaknammncum.

TNF dakTop Hekposa onyxornen anbga

Yacrota anneneu: G=0.9097

OpwueHTauums uenu: nnoc

LLndp: 1 - romo3uroTa YacTbli annernb, 2 - reTepo3uroTa, 3 - roMo3urota peakvin annens
PesynbTaThl MCCnegoBaHunii He SBMATCA AMArHO30M U MHTEPNPETUPYIOTCS Nnevalumm
BPa4YoOM C YHETOM BCEX [AaHHbIX O MaLyeHTe (nabopaTopHbiX, UHCTPYMEHTasbHbIX 1

KMUHUYECKMX).
3anucatbest Ha Npuém K Bpavy: cironline.ru

Bpau KOJ1: Apsiea [1.A.,
MeyépuHa E.1O.
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