Pe3yanaT reHetTn4veCcKoro aHasim3a

PUCKU HapyLleHUN yriieBogHoro ooMeHa v
pa3BUTUS caxapHoOro gmabeta 2-ro Tuna

noname

JlabopaTopHbI KOA:

[aTa poxnoeHus: [aTta BbIMO/HEeHWS
Mon: MCCNenoBaHus:
CHUNC: _ Banvpaumsa:

ByKKanbHbIM 3NUTENMM C BHYTPEHHEN
[Hata noctynneHns _ Briomatepman: 4 P
BriomaTepmana: CTOPOHbI LueKM

MeTtoa nccnegoBaHmns: MuP

leH MonuMopopusm MeHoTMN BapuaHT SpdekT PesynbTat

TCF7L2 rs12255372 G/T Norm/Polym - | Mpenpacrono)XeHHOCTb K HapYLLEHMIO
Co3peBaHus 6eTa KeToK 1 MpoLiecca
CeKpeLM VHCYMHa

PPARG rs1801282 C/G Norm/Polym - | MpenpacrnonoXeHHOCTb K MPOMEXYTOUHOM
CKOPOCTU pOCTa XXMPOBbIX KIETOK

FTO rs9939609 T/A Norm/Polym - | MoBbILEHHbIM PUCK Pa3BUTVS AnabeTa B
CBSI3U C MOBbILLEHHbIM PUCKOM Pa3BITIS
OXMpeHs

GLUT2 rs5400 T Norm/Polym - | MpenpacrnonoXeHHOCTb K YMEPEHHOMY

HapyLeHMo QyHKLMM Berka. PakTop
YMEPEHHOrO prcKa passuTva CO2

KCNJT rs5219 G/A Norm/Polym - | Mpenpacrnono)XeHHOCTb K HapyLLEH IO
CTPYKTYPbI 1 QYHKLMM Berka. PakTop
YMEPEHHOIO PUCKa HapYLUEHWSI Pa3BUTUS
MOAXKENYAOYHOM XeNnesbl U CeKpeLMn
VHCYMHa

AGER rs2070600 G/A Norm/Polym - | MpenpacnonoXeHHOCTb K YMEPEHHO
MOBbILEHHOMY CPOACTBY pelermopa RAGE k
KOHEYHbIM MpOayKTaM MKaL/m

ADRB2 rs1042714 C/G Norm/Polym - | MpenpacronoXeHHOCTb K CHUXEH IO
aKTUBALMK MMVKOreHOMM3a B OTBET Ha
yBeMUeHme ypoBHA agpeHaniiHa
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UHTepnpeTauus pe3ynbTaToB aHanM3a:

eH - nccnenyeMbit reH, 0603HauYEeHHbIN Ha3BaHMEM corflacHO HomeHknaType HUGO.

Monmmopduam - Homep B 6ase aaHHbIXx dbSNP nccnegyemoro nonMMopgHoOro BapumaHTa reHa.

leHoTMN - pe3ybTaTreHeTUYEeCKOro aHaIm3a obcnenyemoro.

BapuaHT - knaccnumkaTop pesynsTaToB aHanmsa Mo CTeneHn pacnpoCcTpPaHEHHOCTU

Norm - BapmaHT HOPMbI, YaCTbiI B UCCNEAYEMOM MOMyIALMN.

Polym - nonmMopdHbI MeHee pacnpoCTpaHEeHHbIN BapUaHT B UCCreayeMor nonynsauum.

DdPeKT - KraccnodmkKaTop pesysbTaToB aHanM3a ro BAVSHUIO MoniMMopdurama.

yKasblBaeT Ha MONOXUTENbHbIM 3PDEKT, CBA3aHHbIN C USMEHEHMEM aKTUBHOCTU UMM SKCMPECCUU reHa.
= yKasblBaeT Ha OTpMLATENbHbIN 3$EKT, CBA3AHHbBIN C M3MEHEHMEM aKTUBHOCTU UM SKCMPECCUM reHa.

PesynbTtaT - HTEPpeTaumnsa pe3ysbTaToB aHam3a rno NccrefyemMoMy reHy YerioBeka C TOUKM 3peHnst akTUBHOCTU U
SKCrnpeccuum reHa.

Bpau KU1 Konnakosa H.
OHK aHanv3 npoeeneH

OO0 “HaumoHanbHbIn
LIEHTP reHeTnyecKmnx
ncenenoBaHing
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CaxapHblin arabeT 2-ro Tina (C2) — 3To XpOoHKMYeckoe
MeTabonmyeckoe 3aboneBaHme, 06yCroBeHHOe
HELOCTAaTOYHOW BbIpabOTKOM MHCY/IMHA
MoOXKenyaoOYHOM Xene3om nnn ero HeadPekTUBHbIM
MCMO/b30BaHMEM, YTO COMPOBOXOAETCH MOBbILLEHNEM
YPOBHS caxapa B KpoBwW.[lo gaHHbIM 2017 roga,
3abonesaemocTb C[12 B M/pe COCTaBsSET OKO10 425
MUINIMOHOB YenoBeK (Mo AaHHbIM MexayHapooHom
denepaumm gmabeta — IDF),a B Poccnm — 4,15
MUIIMOHA YernoBek (Mo gaHHbIM DepepanbHOoro
perncrpa caxapHoro guabeta — ®PCL).

C12 MOXeT bbITb 0OYCMOBEH Kak CpeaoBbIMU
PakTopaMu, Tak 1 reHETUYECKOMN
MPEeapacroIOXeHHOCTbLIO. CYLLECTBYIOT MOHOIMeHHbIe
dopmbl Arabeta (MODY-gmabeTbl), 0ooHaKO

B OO/bLUMHCTBE Crly4aeB pUCK 0bycrnoBneH 6onee

3akoyeHue

CINOXHbIM B3aMMOAENCTBMEM FrEeHETNYECKMX GaKTOPOB
1 0bpasa X13HWU, BKITlouasi MMTaHne. Ha cerogHaWHMm
[eHb BbisBneHo 6onee 80 reHoB, MOMMOPOU3MbI
KOTOpPbIX B TOM UM MHOW Mepe BIMAIOT

Ha MPEeAPacroIoXXeHHOCTb K C2.YacTb U3 HUX
(HanpwMep, TCF7L2, PAX4, SLC30A8) cBa3aHbl

c andodepeHuUMpoBKOM N/mn GyHKLMOHMPOBaHWEM B-
K/IETOK MOOXKENyOOYHOM Xenesbl, Apyrme —

C TPaAHCMNOPTOM U MeETabOIM3MOM YITIEBOLOB,

B YaCTHOCTU TIHOKO3bl (Hanpummep, GLUT2). HekoTopbie
reHbl OKa3blBalOT BOMee CUCTEMHOE eCTBME

1 CBA3aHbl B MepBYHO ouepenb C HabOPOM XMPOBOM
MacChbl M pasBUTVEM COMYTCTBYIOLLEN
MHCYNIMHOPE3UCTEHTHOCTU — 3TO FTO 1 PPARG.

B uenom HacnegyemocTtb C2 coctasnset ot 30

0o 70%.

leHeTMUecKUit aHanM3 nokasarn, YTo y o6cnefyemMoro yMepeHHbI pUCK pasButus

caxapHoro gua6eta 2-ro Tmna.

O6cnepoBaHuA

ObcnenyemMoMy xeraTesneH
nepuogmnyeckni (1 pas B 6 MecsLIEB)
KOHTPO/Ib YPOBHS UHCY/IMHA, TIOKO3bl,
TMMKO3NMIMPOBAHHOIO reMornobyHa B
KPOBU, BO3MOXHO MpOBefeHue TecTa Ha
TONEPaHTHOCTb K [TIOKO3€, MpU
HEOBXOAMMOCTU — KOHCYBTaLMM
3HOOKPUHOOra. PekoMeHooBaHa
MpoBepKa YPOBHS TaypuHa B M/ia3mMe KpOBW.
Mo moctmxeHunn 60 neT obcnenoBaTbCs
>XenaTenbHO Ha peryspHOM OCHOBE.
ObcnenyeMoMy XenaTesbHO
KOHTPO/MpPOBaTb Maccy Tena.
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* HeobxoamMa KOHCYMbTaLMe Bpada-crneLvanicTa

PekoMeHaauum no npopunakTuke

[MOoCKOsbKY y O6CenyeMoro BbiiBNIEH FrEHETUYECKNI PUCK,
BaXkHa MpoduakT1Ka caxapHoro amabeta 2-ro Tuna, B
nepByto oYepenb OrpaHmyeHmne noTpedneHmns
ObICTPOYCBOSIEMbIX YITEBOLOB (OCO6eHHO caxapa). [Mpu
HEOOXOAMMOCTU BBEOEHWS B PALIMOH AOMOTHUTEIbHOrO
KOMYECTBa MUILLEBbLIX BOSIOKOH CeAyeT MOMHUTD, YTO
Hanmume NoMMopdHoro annens reHa TCF7L2 cHUXaeT
NPOGUNAKTUYECKUIA N TepaneBTUYecKnin addekT oT
noTpebreHns KNeT4aTKm, B TO BpeMst Kak MoimmMopdmnam
reHa FTO gasnsetcsa $pakTOpOM, MOBbIWAOWMM ANETUYECKYHO
abdeKTMBHOCTb KeTyaTKu. [ns noaaepxaHns Beca
BO3MOXHa 6enkoBas ameTa. Takxe ans obcnenyemoro
BnaronpuaTHa perynspHas dmnanyeckas akTMBHOCTb B
33aBUCKHMOCTM OT PUCKa Pa3BUTUS apTepuarbHOM
rmnepTeH3nn. Mpu HamMuMm N3BbITOYHORO BECa BO3MOXHO
Ha3HaueHre MeTopMMHa*. 11 MPOPUIaKTUKIM BO3MOXKEH
npveM MHrMBUTOPOB anbda-MKO31Aa3bl (akapb0o3bl K
[Op.) MO NMoKa3aHWIo CNeLmanncTa, a Takxke TaypmHa U
MHO3WTONMa B KavecTse BAL*.
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NccnepyeMble reHbl

TCF7L2

PPARG

FTO

GLUT2
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KoampyeT TpaHCKPUMLMOHHDBIN GaKTOp, UrPAKOLLMIA KITKOUEBYIO POSTb B
WNT-cUrHanbHOM MyT. DKCMPECCHPYETCA B Pa3/IMHYHOM CTEMeHM
MPaKTUYeCK MOBCEMECTHO B OpraHmamMe. TCF7L2 HenocpenCTBEHHO
yyacTeyeT B AnddepeHLmMpoBKe B-KNeTOK MOAKENYOOUHOW XKenesbl
(MPOLYLMPYIOLLMX VHCYMH), W, KDOME TOrO, B3aMOLENCTBYET C FeHOM
MPOMIIOKArOHa, YTO OMPENENFET UHOYLIMPYEMYIO TTHOKO30M CEKPELIMIO
MHCYHa. MoaMOpPdU3M B 3TOM reHe BHOCUT CYLLECTBEHHbIV BK1aA B
pa3BunTMe CO2 1 acCoLMMPOBaH CO 3HAYNTENbHbBIM MOBbIWEHEM PYCKa
Pa3BUTUSA JaHHOMO 3aboneBaHMs.

KoampyeT ramma-peLienTop npovdepaLiiv mepoKC1COM, KOTOPbIN B
OCHOBHOM MPOAYLIMPYETCS B XMPOBOWM TKaHW. OCHOBHOWM GyHKLMEN
3TOro 6enka ABMSETCA akTUBALMS MeHOB, CBA3aHHbIX C akKyMyaLmen
XMpa, AMGdEepEeHUMPOBKOM KIETOK XMPOBOW TKaHW 1 MMODIaCTOB.
MrpaeT BaxkHYto posib B GOPMUPOBaHUK YyBCTBUTEIBHOCTM Pa3/IMYHbIX
TKaHEM K MHCYMHY. [NomMopdHas 3aMeHa B 3TOM reHe 6/1aronpuaTHa U
CBsi3aHa C O0siee BbICOKOW YyBCTBUTENBHOCTBIO K MHCYHY U
CHWIKEHMEM prcKka passuTma CO2.

KoampyeT 2-0oKcoryTapaT-3aBUCHMYIO AeMETUIa3Y, KOTOPas y4acTBYET B
MOAMPUKALMIN HYKSIEMHOBDIX KCIOT, OCYLLECTBASIOWLMX PErYNATOPHYIO
dYHKUWIO. Berok BbipabaTblBaeTcs B 6O/bLIEN MW MeHbLLEW CTENeHM
MOYTV MOBCEMECTHO B OPraHm13Me, HO MakCHMabHO — B HEPBHOM TKaHW U
OCODEHHO B r1noTanamyce. MNoammMopdr3m aToro reHa ceas3aH ¢
3aMef/IeHHbIM YyBCTBOM HACHIWEHUS 1 YBEMYEHHbIM MOTPEOIEHEM
Kanopu 1 BHOCKT BOJIbLION BKAL B Pa3BMTME OXVpeHus. OQHaKo 3ToT
PUICK MOXHO CHU3WUTb PEryISPHON GU3NUYECKOM aKTUBHOCTBIO.

KoampyeT 6enoK — nepeHoCUMK MHoKO3bl, OCYLLECTBASIOWM MepeHOoC
TIIOKO3bl Yepes K/IETOUHYIO MeMOpaHy MOCPeaCTBOM OOeryeHHOM
ONdOY3nM BHYTPb KNETOK, TaKM OBPa3oM CriocOOCTBYS MOAAEPXKaAHMIO
roMeoCcTasa [ItoKO03bl. MaKCUMa/IbHO 3KCMPECCHPYETCS B MeYeHI, a Takxe
B ABEHaLLATUMNEPCTHOM KULLKE 1 TOHKOM KMWeYHKKe. [omMMopdu3sm B
3TOM FeHe CBA3aH CO CHMXKEHWEM CKOPOCTU TPAHCMNOPTa THOKO3bl U
MOBbIWEHWEM pucKa passuTng CL2.
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KCNJ11

AGER

ADRB2
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KogvpyeT cyorearHuLbl, bopmMmpytoLve nopy ATM-3aBMCHMOrO
KanMeBOro KaHana. BblCOKMI ypOBEHb 3KCMPECCHM STOrO reHa
XapaKTepeH a9 MOAXKENYA0UHOM XeNesbl, ieYeHu, MblLULL, cepaLia, Mo3ra
V1 XKMPpOBOW TKaHW. OrpeneneHHble NommMopdramel reHa KCNJTT
MOBbIWAIOT PUCK pasBuTg CO2.

KoaupyeT peuerntop RAGE, 6enok cyrnepcemenctaa MMMyHOOOYIMHOB,
OTHOCSLWMIMCS K KaCcCy TPaHCMEMOPaHHbIX PELLEMTOPOB.
Bsanmoperictare RAGE ¢ mpoayKTaMA MMKUpOoOBaHUs MpMBOaNT K
aKTMBaLMK BOCMANEHUS 1 OKUCTIMTENIbHOMO CTPECCa, a Takxe
CTUMYTIMPYET MPOAYKLMIO 3TOrO peLiertopa. OrnpeneneHHble
noMMOPGU3MbI B reHe AGER €Bs3aHbl C MOBbIWEHHbIM CPOACTBOM
pevernTopa RAGE K MpoayKTaM MMKMPOBaHUS, YTO YCUIMBAET
BOCManMTENbHblE PEaKLMM 1 yBeNMUMBatoT prck CO2.

KoaupyeT 6eTa-2-agpeHeprmyeckiii peLenTop — MOHHbIN Oe/IKoBbIN
KaHan LW/TOMIa3mMaTYeCKom MeMOpaHbl KETKM, MMEIOLLMI BbICOKYHO
CTeneHb CPOACTBa K afpeHanMHy 1 0BecrneurBatolL MOBbIWEHME U/
CHVIKEHME MEeTabOIMYECKOW aKTUBHOCTU MHHEPBMPYEMOW TKaHM 1
opraHa. AkTrBaLs ADRB2 Bbi3biBaeT yBemMYeHEe MHTEHCUBHOCTM
TMKOreHOM3a. B reHe Harbonee n3yyeHbl ABa MomMopdu3ama:
Gly16Arg (cBa3aH C cepae4HbiM BbIBpPOCOM B MOKOE, MOBbILLEHHOW
BpoHxoaMnaTauven 1 BeIHOCIMBOCTLIO) 1 GIN27Glu (cBsi3aH ¢
OXVPEHUEM 1 TIMKOreHOMM30M, PacrafoM MKOreHa npuyt Gusmdeckom
akTUBHOCTU). Anientb 27Glu (G) cBsi3aHa C M3MeHeHMeM peLiernropa v
3aMefJ/IeHHbIM PaCrafoM TIMKOreHa.
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