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Moanuck 3aBeaytollero nabopatopuein TOO «MHBUTPO-KazaxctaH» [Monosol M.A. B HacTosiLLEM 611aHKe He SIBNISIETCS
NOAMMCHIO LA, BBIMOSHSAIOLWEro abopaTopHble NCCEA0BaHMWS; yKa3aHHas Noanucb NOATBEPXKAAET NOAIMHHOCTb U
[OCTOBEPHOCTb YKa3aHHOM B HacTosieM 6iaHke nHhopMaLmm, NOAroTOB/IEHHOM Ha OCHOBaHMM pe3ysibTaToB 1abopaTopHbIX
nccnenoBaHui, BbinosiHeHHbIX 000 «MHBUTPO».

BHuMaHve! B 3neKTpoHHOM 3K3eMnispe 611aHKa Ha3BaHWe MccneaoBaHus COAEPXUT CCbIIKY Ha CTpaHuuy caliTa C onMcaHueM

nccneposaHus. INVITRO.KZ
Pe3yanaTb| MCCﬂeﬂ,OBaHMﬁ He 4ABN4KTCA ANArHO30M, Heo6xoumma KOHCYNbTauua cneunaancra.

M.M. / Noanuck Bpaya
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Pe3yanaT reHetTn4veCKoro aHasin3a

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

noname

JNabopaTtopHbit kog: RCAO0104

[aTta poxgeHus: 2000-01-01 HaTta BbII'IOﬂHel—'H/\ﬂ 2025-10-09

Mon: My>cKob VICCNefoBaHMs:

CHWNC: - Barvpaums: 2025-10-09

[aTa nocTyrneHms ~ BuoMaTEpUan: ByKKasbHbIM SMMTENNin C BHYTPEHHEN
BromaTepmana: CTOPOHbI LLeKN

MeTtoa nccnegoBaHns: MuP

leH MonuMopopusm MeHoTMN BapuaHT SpdekT PesynbTat

TCF7L2 rs12255372 G/T Norm/Polym - | Mpenpacrono)XeHHOCTb K HapYLLEHMIO
co3peBaHus 6eTa KeTOoK 1 MpoLiecca
CeKpeLM VHCYMHa

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

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 - | MpenpacrnonoXeHHOCTb K HapYLLEH IO
CTPYKTYPbI 1 QYHKLMM Berka. PakTop
YMEPEHHOIO PUCKa HapYLUEHWSI Pa3BUTUS
MOAXKENYAOYHOM Xenesbl U CeKpeLMn
VHCYMHa

AGER rs2070600 G/A Norm/Polym - | MpenpacnonoXeHHOCTb K YMEPEHHO
MOBbILWEHHOMY CPOACTBY pelermopa RAGE k
KOHEYHbIM MpOaYyKTaM KaL/m

ADRB2 rs1042714 C/G Norm/Polym - | MpenpacronoXeHHOCTb K CHUXEH IO
aKTUBALMK MMVKOreHOMM3a B OTBET Ha
yBeMUeHMe YpOoBHA agpeHaniHa
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UHTepnpeTauus pe3ynbTaToB aHanM3a:

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

Monmmopdusm - Homep B 6ase gaHHbIXx dbSNP nccnegyemoro nonMMopgHoOro BapvaHTa reHa.

leHoTMN - pe3ybTaTreHeTUYEeCKOro aHaIm3a obcnenyemoro.

BapuaHT - knaccnumkaTop pesynsTaToB aHanmsa Mo CTeneHn pacnpoCTpPaHEHHOCTU

Norm - BapmaHT HOPMbI, YaCTblIM B UCCNEAYEMOM MOMyIALMN.

Polym - nonmMopdHbIi MeHee pacnpoCTpaHeHHbIN BapMaHT B UCCreayeMor nonynsauum.

D PeKT - KnaccnodmkaTop pesysbTaToB aHanM3a ro BAVSHAUIO MoniMMopduama.

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

PesynbTtaT - HTEPpeTaumnsa pe3ysbTaToB aHanm3a rno NccriefyemMoMy reHy YerioBeka C TOUKM 3peHnst akTUBHOCTU U
SKCrnpeccuum reHa.

Bpau KU1 Konnakosa H.
OHK aHanv3 npoeeneH B.
OO0 "HauyoHanbHbIN :
LIEHTP FreHeTUYecKnx %ﬂ(

mncenenoBaHing
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CaxapHblin arabeT 2-ro Tina (C2) — 3To XpOoHKMYeckoe
MeTabonmyeckoe 3aboneBaHme, 06yCroBIeHHOe
HELOCTAaTOYHOM BbIpabOTKOM MHCY/IMHA
MoOXkKenyaoOYHOM Xene3om nnn ero HeadPekTUBHbIM
MCMOSb30BaHMEM, YTO COMPOBOXOAETCH MOBbILLEHUNEM
YPOBHS caxapa B KpoBW.[lo gaHHbIM 2017 roga,
3abonesaemocTb C[12 B M/pe COCTaBsSET OKO10 425
MUINIMOHOB YenoBeK (Mo AaHHbIM MexayHapoaoHom
denepaumm gmabeta — IDF),a B Poccnm — 4,15
MUIIMOHA YernoBek (Mo gaHHbIM DegepanbHOoro
perncrpa caxapHoro guaberta — ®PCL).

C12 MOXeT bbITb 0OYCOBEH Kak CpeaoBbiMU
PakTopaMu, Tak 1 reHETUYECKOMN
NMPEenpacrofIOXeHHOCTbLIO. CYLLECTBYIOT MOHOIMeHHble
dopmbl Arabeta (MODY-gmabeTbl), 0ooHaKO

B OO/bLUMHCTBE Crly4aeB pUCK 0bycrnoBneH 6onee

3akoyeHue

CINOXHbIM B3aMMOAENCTBMEM FrEHETNYECKMX GaKTOPOB
1 0bpasa X13HWU, BKITouasi MMTaHne. Ha cerogHaWwHmm
[eHb BbisBneHo 6onee 80 reHoB, MONMMOPOU3MbI
KOTOpPbIX B TOM UM MHOW Mepe BIMAIOT

Ha MPEeAPacroIoXXeHHOCTb K C2.4acTb 13 HUX
(HanpwuMep, TCF7L2, PAX4, SLC30A8) cBa3aHbl

c andodepeHuUMpoBKOM N/Uin GYHKLMOHMPOBaHWEM B-
K/IETOK MOOXKENyOOYHOM Xenesbl, Apyrmne —

C TPaAHCMNOPTOM U MeETabOIM3MOM YITIEBOLOB,

B YaCTHOCTU TIHOKO3bl (Hanpmmep, GLUT2). HekoTopblie
reHbl OKa3blBalOT BoMee CUCTEMHOe ecTBME

1 CBA3aHbl B MEpBYIO ouepenb C HabOPOM XMPOBOM
MacChbl M PasBUTVEM COMYTCTBYIOLLEN
MHCYNMHOPE3UCTEHTHOCTU — 3TO FTO 1 PPARG.

B uenom HacnegyemocTtb C2 coctasnset ot 30

0o 70%.

leHeTMUecKUit aHanM3 nokasarn, YTo y o6cnefyemMoro yMepeHHbI pUck passutus

caxapHoro gua6eta 2-ro TMna.

O6cnepoBaHuA

ObcnenyemMoMy xeraTesneH
nepuogmnyeckni (1 pas B 6 MecsLIEB)
KOHTPO/Ib YPOBHS UHCY/IMHA, TIOKO3bl,
TMMKO3UMPOBAHHOIO reMornobyHa B
KPOBU, BO3MOXHO MpOBefeHMe TecTa Ha
TONEPaHTHOCTb K [TIOKO3€E, MpU
HEOBXOAMMOCTU — KOHCYbTaLMM
3HOOKPUHOOra. PekoMeHooBaHa
MpoBepKa YPOBHS TaypuHa B Myia3Me KpOBW.
Mo mocTmxeHunn 60 nNeT obcnenoBaTbCA
>XenaTenbHO Ha perysspHOM OCHOBE.
ObcnenyeMoMy XenatesbHO
KOHTPO/MpPOBaTb Maccy Tena.
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* HeobxoamMa KOHCYMbTaLMe Bpada-crneLvanicTa

PekoMeHaauum no npopunakTuke

[MocKOsbKY y 06CenyemMoro BbisiBfIeH FreHETUYECKNI PUCK,
BaXkHa NpodunakT1Ka caxapHoro amaberta 2-ro Tuna, B
nepByto oYepenb OrpaHmyeHmne noTpedneHmns
ObICTPOYCBOSIEMbIX YITEBOLOB (OCO6eHHO caxapa). [Mpu
HEOOXOAMMOCTU BBEOEHWS B PALIMOH AOMOTHUTEIBHOrO
KOMYECTBa MUILLEBbIX BOSIOKOH CleAyeT MOMHUTD, YTO
Hanmume NoMMopdHoro annens reHa TCF7L2 cHUXaeT
NPOGUNAKTUYECKUIA 1N TepaneBTU4YeCcKuin addekT oT
noTpebreHns KNeT4aTKm, B TO BpeMst Kak MoimmMopdmnsm
reHa FTO gaBnsetcsa $pakTOpOM, MOBbILWAOWMM ANETUYECKYHO
abdeKTMBHOCTb KeTyaTKu. [Ns noaaepxaHus Beca
BO3MOXHa 6enkoBas ameTa. Takxe ons obcnenyemoro
BnaronpuaTHa perynspHas ¢unanyeckas akTMBHOCTb B
3aBUCKHMOCTM OT PUCKa Pa3BUTUS apTepuarnbHOM
rmnepTeH3nK. Mpu HamMumMm N3BbITOYHORO BECa BO3MOXHO
Ha3HaueHre MeTopMMHa*. [ MPOPUIaKTUKI BO3MOXKEH
npveM MHrMBUTOPOB anbda-MKO3MAa3bl (akapbo3bl K
[Op.) MO NMoKa3aHWIo CNeLmanncTa, a Takxke TaypmHa n
MHO3WTONMa B KavecTse BAL*.
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NccnepyeMble reHbl

TCF7L2

PPARG

FTO

GLUT2

KoampyeT TpaHCKPUMLMOHHDBIN GakTOp, UrPaIOLLMIA KITKOUEBYIO POSIb B
WNT-cUrHanbHOM MyT. DKCMPECCHPYETCA B Pa3/IMHYHOM CTEMeHM
MPaKTUYeCK MOBCEMECTHO B OpraHmamMe. TCF7L2 HenocpenCcTtBeHHO
yyacTeyeT B AnddepeHLmMpoBKe B-KNeTOK MOAKENYOOUHOM XKenesbl
(MPOLYLMPYHOLMX MHCYMH), W, KDOME TOrO, B3aKMOLENCTBYET C MreHOM
MPOMIOKArOHa, YTO OMPENENFET UHAYLIMPYEMYIO TTHOKO30M CEKPELIMIO
MHCYMHa. MoaMMOpPdU3M B 3TOM reHe BHOCUT CYLLECTBEHHbIV BK1aA B
pa3BunTMe CO2 1 acCoLMMPOBaH CO 3HAYMTENbHBIM MOBbIWEHEM PYCKa
Pa3BUTUSA JaHHOMO 3aboneBaHMs.

KoampyeT ramma-peLentop npovdepaLiiv mepoKC1MCOM, KOTOPbIN B
OCHOBHOM MPOAYLIMPYETCS B XUPOBOM TKaHW. OCHOBHOWM GyHKLMEN
3TOro 6enka ABMSETCA akTUBALMS MeHOB, CBA3aHHbIX C akKyMyaLmen
XMpa, AMPdEepEeHUMPOBKOM KIETOK XMPOBOW TKaHW 1 MMODIaCTOB.
MrpaeT BaxkHYto posib B GOPMUPOBaHUI YyBCTBUTEIBHOCTM Pa3/IMYHbIX
TKaHEM K MHCYMHY. NomMopdHas 3aMeHa B 3TOM reHe 6/1aronpuaTHa U
CBsi3aHa C O0siee BbICOKOW YyBCTBUTENBHOCTBIO K MHCYIHY U
CHVIKEHMEM prcKa passuTma CO2.

KoampyeT 2-oKcoryTapaT-3aBUCHMYIO AeMETUIa3Y, KOTOPas y4acTBYET B
MOAMNPUKALMIN HYKSIEMHOBDIX KCIOT, OCYLLECTBASIOWMX PErYNATOPHYIO
dYHKUWIO. Berok BbipabaTblBaeTcs B 6O/bLIEN MW MeHbLLEW CTENeHM
MOYTW MOBCEMECTHO B OPraHm13Me, HO MakCHMabHO — B HEPBHOM TKaHW U
OCODEHHO B r1noTanamyce. MNoammMopdrn3m aToro reHa ceas3aH ¢
3aMen/IeHHbIM YYBCTBOM HACHIWEHUS 1 YBEMYEHHbBIM MOTPEOIEHEM
Kanopu 1 BHOCKT BO/IbLION BKAL B Pa3BMTME OXVPeHus. OQHaKo 3TOT
PUICK MOXHO CHU3WTb PEryISPHOM GU3NUYECKOM aKTUBHOCTBIO.

KoampyeT 6enoK — nepeHoCUK MoKO3bl, OCYLLECTBASIOWN MepeHOC
TIIOKO3bl Yepes K/IETOUHYIO MeMOpaHy MOCPeaCTBOM OOeryeHHOM
ONOOY3nM BHYTPb KNETOK, TakKM OBPa3oM CriocOOCTBYS MOAAEPXKAHMIO
roMeoCcTasa [toKO03bl. MaKCUMa/IbHO 3KCMPECCHPYETCS B MeYeHI, a Takxe
B ABEHALLATMMNEPCTHOM KULLKE 1 TOHKOM KMWeYHKKe. [omMMopdusm B
3TOM FeHe CBA3aH CO CHIKEHWEM CKOPOCTU TPAHCMNOPTa MHOKO3bl U
MOBbIWEHWEM pUcKa passuTng CL2.
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KCNJ11

AGER

ADRB2

KogvpyeT cyorearHuLbl, bopmMmpytoLve nopy ATM-3aBMCHMOrO
KanMeBOro KaHana. BblCOKMI ypOBEHb 3KCMPECCHM 3TOMO reHa
XapaKTepeH a9 MOAXKENYA0UHOM XeNesbl, NieYeHu, MblLULL, cepaLia, Mo3ra
V1 KMPOBOW TKaHW. OrpeaeneHHble nommMopdramel reHa KCNJTT
MOBbIWAIOT PUCK pasBuTg CO2.

KoaupyeT peuentop RAGE, 6enok cyrnepcemenctaa MMMyHOMOOYIMHOB,
OTHOCSLMMCS K KaCcCy TPaHCMEMOPaHHbIX PELLEMTOPOB.
Bsaumoperctame RAGE ¢ mpoayKTaMA mMMKUpOBaHUs MpMBOaNT K
aKTMBaLMK BOCMANEHUS 1 OKUCTIMTENIbHOMO CTPECCa, a Takxe
CTUMYTIMPYET MPOAYKLMIO 3TOrO peLiertopa. OrnpeneneHHble
noMMOPGU3MbI B reHe AGER €Bs3aHbl C MOBbIWEHHbIM CPOACTBOM
peuernTopa RAGE K MpoayKTaM MMKMPOBaHUS, YTO YCUIMBAET
BOCManMTENbHblE PEaKLIMM 1 yBENMUMBatOT pyck CO2.

KoaupyeT 6eTa-2-agpeHeprmyeckmii peLentop — MOHHbIN Oe/IKoBbIN
KaHan L/TOMMa3MaTVyYeCKom MeMOpaHbl KETKM, MMEIOLLMI BbICOKYHO
CTeneHb CPOACTBa K afpeHanMHy 1 0BecrneurBatolL MOBbIWEHME U/
CHVIXKEHME MEeTabOIMYECKOW aKTUBHOCTU MHHEPBMPYEMOW TKaHM 1
opraHa. AkTvBaLs ADRB2 Bbi3biBaeT yBefmMYeHe MHTEHCUBHOCTM
MMKOreHoM3a. B reHe Harbonee n3yyeHbl ABa MosmMopdu3ama:
Gly16Arg (cBa3aH C cepae4HbiM BbIBPOCOM B MOKOE, MOBbILLEHHOW
BpoHxoaMnaTauren 1 BeIHOCIMBOCTLIO) 1 GIN27Glu (cBsi3aH ¢
OXVPEHUEM 1 TIKOreHOMM30M, PacrafoM MMKOreHa npuyt Gusmyeckom
aKTUBHOCTU). Annentb 27Glu (G) cBsi3aHa C M3MeHeHMeM peLernropa v
3aMefJ/IeHHbIM PaCrafoM [TIMKOreHa.
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