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FeHeTnyeckas npeapacnonoXeHHOCTb K CaXxapHOMYy AMaGeTy 1Ttunna

I'en Haspanue rena Bapuant I'enorun| Puck
CLEC16A | Jlektun, C-tum, cemelicTso 16, CLECI16A (g.11086016A>G; G/IG CpenHenomy s MUOHHBIN
nporerH A €.2062+24994A>G:; rs12708716)
INS Wncynuu —23Hphl; c.-17-6 T>A TIT [TporexTuBHbII
Intron WHTpOHHBIN BapuaHT Intron variant (rs2544677 G/G CpenHenonyJsiuOHHbIH
variant (NC_000005.10:9.87103445G>C))
NAA25 N(anbda)-anernnrpancdepasa 25, NAA25 (C120rf30; rs17696736) A/A CpexHCTION YIS IIHOHHBIT
NatB
PTPN22 [porenn-Tuposungocparasa, NC_000001.11: g.113834946A>G; A/A IloBBIICHHBI
HepelenTopHbIH T 22 €.1858C>T
(smM¢ounaHas)
3akntoueHue:

CLEC16A(CLEC16A(g.11086016A>G;
€.2062+24994A>G; rs12708716))

I'er CLEC16A komupyeT 4iieH ceMeiicTBa OSTKOB, COACPKAIIIX JICKTHHOBBIA JOMEH
C-tuna. BapuaHnTsl, pacrnonararomuecs B 9T0M TeHE, aCCOLMUPOBAHBI C TAKMMHU
AyTOMMMYHHBIMH 3200JICBAHUSMH, KaK CaXapHbIN qrabeT, pacCesiHHbII CKIIepo3,
peBmarounusiit aptput. Bapumaar.NC_000016.10:9.11086016 A>G rena CLEC16A
accoIMMPOBaH ¢ n3MeHeHuneM 3kcnpeccun rena CLEC16A B momkeny104HO Kenese
u CD4 T-nmumpornmrax. BaprmanT Mo>keT OBITH CBSI3aH C yBEITHUCHUEM PHC- Ka
pasButusl caxapHoro nuabera 1-ro,rura. Beiseiennsiii renotun G/G BapuanTa
NC_000016.10:9.11086016 A>G nera CLEC16A He cBsi3aH ¢ MOBBIIICHHBIM PUCKOM
pa3BuUTHSI caxapHOFO n1uabera 1-po Turma.

INS(-23Hphl; c.-17-6T>A)

I'en INS xoxupyeT HHCYJIMH, TENTHIHBIH TOPMOH, KOTOPBIN HUTPaeT )KU3HEHHO
Ba)XKHYIO POJib B PEI'YJSIIUN YTIIEBOIHOTO M JIMIIMAHOTO oOMeHa. IHCYHH - TopMOH
TIETITUTHOM TIPUPO/IBI, 0Opasyercs B B-KieTKax ocTpoBKOB JlaHrepranca

HOKEITY I0UHOM JKese3bl. OKa3bIBaeT BIMSHUE Ha YTIIEBOAHBIN 00MeH. [loBblieHne
KOHUEHTPAILMK MHCYJIMHA BEI3BIBACT YCHICHHOE MTOTJIONICHUE TIFOKO3bI TKaHIMH,
IIPUBOJISIIIEE K CHIDKEHHIO YPOBHS TIIFOKO3BI B KPOBH, YTO B CBOIO O4YEpe/Ih
00yCi1aBIIMBaeT CHI)KEHNE YPOBHSI HHCYJIMHA. VIHCYJIMH MOJIOKUTENHHO BIMSIOT Ha
POCT M 00BEM CKEJIETHBIX MBI (depe3 crielu(puuecKre perenTophl 3amyCKaeTCs
9KCTIPECCHS PsA/ia TEHOB) MPEUMYIIECTBEHHO 33 CUET aKTUBAIIMN MBIIIEYHBIX
CaTeJUINTHBIX KJIETOK. 3aMeHa A Ha T MoeT BiausITh Ha 3()(HEKTUBHOCTH CIIAWCHHTa
napancisiimu MPHK. Bapuant —23Hphl rera INS accomumpoBas ¢ yBenndeHuEM
IKCIpEcCHy TeHa HHCynHa. Beisenennstit renotun T/T BapuanTta —23Hphl rena INS
COOTBETCTBYET IMOHIKEHHOMY PHUCKY Pa3BUTHS caXxapHOTo nuabeTa 1-ro Tuma.

Intron variant(Intron variant
(rs2544677
(NC_000005.10:9.87203445G>C)))

Bapuant NC_000005.10:2.87103445G>C HaxoauTcs B MEXT€HHOM MPOCTPAHCTBE.
BapuaHnTt MoxeT ObITh CBsI3aH C yBEJIMYCHUEM PUCKA Pa3BUTHsI caxapHoro auabera 1-
ro tuna. BeisaBnenusiii reHoTun G/G (1o MOJI0KUTETHHON 1IEMN) BapuaHTa
NC_000005.10:2.87103445G>C He cBsi3aH C NOBBIIIEHHBIM PUCKOM Pa3BUTUS
caxapHoro nuabera 1-ro Tuma.

NAA25(NAA25 (C120rf30;
rs17696736))

I'en NAA25 xoaupyet BCIOMOTaTeIbHYI0 CyObeIMHHILY TeTEPOMEPHOTO alleTHII-
tparcdepaznoro B kommiekca. Bapuant NC_000012.12:2.112049014A>G rena
NAAZ2S5 pacrnioniaraercst Ha y4acTKe HEpPaBHOBECHOTO CIIETUICHHUSI TEHOB, KOTOPHIE
MOTYT OBITH ()YHKIIHOHAJIBHO aCCOLMMPOBAHKI ¢ tnaberoM 1-ro Tuma. Bapuant moxer
OBITH CBS3aH C YBEIIMYEHUEM PHCKA PAa3BUTHUS caxapHOro auadera 1-ro Tuma.
Brrsnennstii renotun A/A Bapuanta NC _000012.12:2.112049014A>G rena NAA25
HE CBSI3aH C MOBBIIICHHBIM PHCKOM Pa3BUTHS caxapHoro auabera 1-ro tuna.

PTPN22(NC_000001.11:
g.113834946A>G; .1858C>T)

I'er PTPN22 xoxupyet cnenuduieckyio TuMGOnIHy0 BHYTPUKIETOUHYIO (oc-
(arazy, KoTopast y4acTByeT B KOHTpoJIe akTUBHOCTH T-nmumdormros. C My- TalusMu
B reHe PTPN22 cBsizan psi ayToUMMYHHBIX 3a00s1eBaHui. Bapuant

NC _000001.11:2.113834946A>G rena PTPN22 acconuupoBas ¢ noBsinieHueM (oc-
(arazHol akTuBHOCTH Oenka. Dkcnpeccusi PTPN22 rena ¢ 3tum Bapuantom B T-
JTMM(pOLUTAX MOXKET IPUBECTH K TUIIEPAKTUBHOCTH HMMYHHTETa. BapnaHT MoXxeT
OBITH CBA3aH C YBEIWYEHHEM PHCKa Pa3BUTUSA caxapHoro auadera 1-ro tuma. Bei-
siBJIeHHBbIM reHotun A/A Bapuanta NC 000001.11:2.113834946A>G rena PTPN22
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CBs3aH C NOBBIIICHHBIM PUCKOM PA3BUTHA CaXapHOT'O HI/Ia6eTa 1-ro THHA.

Joeepue naumeHToB. Beibop Bpaye.




T'en

CLEC16A Jlektun, C-tum, cemeiicTBo 16, mpotenH A

DyHKINUS IreHa

I'en CLEC16A xomupyeT wicH ceMeiicTBa OEIKOB, COJICPIKAIIUX JICKTHHOBBIH joMeH C-Tura.
Perymupyer RNF41/NRDP1- PRKN myTh u npotiecc Mutodaruu. BapruaHTsl, pacmoararonipecs
B 3TOM I'€HE, aCCOIIMAPOBAHBI C TAKIMHU ayTONMMYHHBIMH 3200JIeBaHUsIMH, KaK CaXxapHbIA AuadeT,
paccesiHHBIN CKJIEPO3, pEBMATOUIHBINA apTPUT.

T'en

INS Mucynmun

DyHKIHUSA eHa

I'en naCYNMHA KOAMpyeT OEIOK MHCYNINH, PEryIUPYIOIIHHA KOHIEHTPAUIO TIF0K036!I B KpoBU. OH
MOBBIIIAET BOCHIPHUMYHNBOCTB (IIPOHUIIAEMOCTD KJIETOK JJISI MOHOCAXapH/I0B, aMUHOKHCIIOT U
JKUPHBIX KUCIOT. OH YCKOPSET TIINKONN3, IEHTO3- (pochaTHBII UK ¥ CHHTE3 TIINKOTeHA B
nedeHH. [le()eKThI B 5TOM IeHe CBSI3aHbI ¢ Pa3IHIHBIMHU (POPMaMU HHCYITHHOPE3UCTEHTHOCTH.

Len | Intron variant HTpOHHBIN BapHaHT
@yuknusi reda |  VHTpOHHBINA BAPUAHT HE BXOJIMT B KOAUPYIOIILYO 00JaCTh KAKOT0-I100 reHa.
T'en NAA25 (ampda)-anetuntpancepasa 25, NatB BocrioMoratenbHas cyObeTHHUTIA

DyHKIMUSA eHa

I'en NAA2S5 komupyeT BCIIOMOTaTeNbHYIO CyObEIMHUITY TeTEpOMEPHOTO alleTHITPaHCchepasHOro
B xommiekca. OTOT KOMIUIEKC alleTHINPYET METHOHUHOBBIE OCTaTKH, 332 KOTOPBIMU CIELyeT
KHCJIOTHBIE aMUHOKHCIIOTHBIE OCTATK{ MM aCTIapariHOBBIC OCTAaTKH.

T'en

PTPN22 Tlporenn-tupo3undpocharasa, HepernenTopHbIi Tim 22 (mMbonHas)

DyHKIMUSA IeHa

I'en PTPN22 xoaupyeTt 6enoK, siBIstomuiics cnernuduaeckoi TMMGONTHON BHY TPUKICTOYHOH
(ocdarazoif, KOTOpast ACCOLMUPYETCS C MONEKYISIpHBIM OenkoM=anantepom CBL (CBL proto-
oncogene, E3 ubiquitin protein ligase) 1 Mo>xeT ObITB 3a1elicTBOBaHA B perysmposanny CBL-
¢yHKImit B mpouecce nepenaun curHanos T-knerounsiMu penenizopamu (TCR) - geficTByer Kak
HEraTuBHBIHN peryisarop. [ledocopunmpyer n nHakTUBHpYET ¢éMericTtBo SRC-kuna3 (Proto-
oncogene tyrosine-protein kinase SRC). C mytanusiMmuB rere PTPN22 MosxeT ObITh CBSI3aH Psif
ayTOMMMYHHBIX 3a00JI€BaHUH, BKIIOYAOIIUHA B ceOs Aua0etT. | THma, peBMaTOUIHBIN apTPHT,
CHCTEMHYIO KPaCHYIO BOJYAHKY, Ay TOUMMYHHbIE 3a00/I€BaHUSL [N TOBUTHOH JKEJIC3BI.

[laTa BbINONHEHUSA UCCNEeA0BaHUA: Pe3ynbTaTbl 0f06pua:

JIMLeH3na MUHUCTEPCTBa 3apaBooxpareHys NG J10-77-01-019880 el ,EI,OBepMe naymMeHToB. Bbl60p Bpaqeﬁ_






