PeayanaT reHeTn4YeCKoro aHasim3a
PUCKU HapyLLeHWs aHepreTu4yeckoro obMeHa

N OXXUPEHUS

dammnma Ima OTyecTBO

JlTabopaTopHbI KOA:

[aTa poxaoeHus:

[aTa BbIMO/HEeHWA

Mon: 1CCIenoBaHMIS:

CHUNC: _ Banvpaumsa:

[laTa rocTyrreHus BrovaTepyan: ByKKarbHbl 3MUTeNMiA C BHyTpeHHel

BromMaTepmana: CTOPOHbI LueKM

MeTtoa nccnegoBaHmns: MuP

leH MonuMopopusm MeHoTMN BapuaHT SpdekT PesynbTat

FTO rs9939609 T/A Norm/Polym - | MpenpacrnonoXeHHOCTb K CHUXEHHO
CKOPOCTU MOSIBMEHMS UyBCTBa HAChILLEHMS

MC4R rs17782313 T Norm/Polym | MpenpacrnonoXeHHOCTb K CHUXEHMIO
CKOPOCTW MOLAEBIEHMS YyBCTBa ronoma

ADRB3 rs4994 T/C Norm/Polym | MpenpacrnonokeHHOCTb K CHUXEHMIO
CKOPOCTU MMOM3a B OTBET Ha BbIBPOC
anpeHanHa

ADRB2 rs1042714 C/G Norm/Polym | MpenpacrnonokeHHOCTb K CHUXEHMIO
aKTUBALMM TIMKOTEHOMN3a B OTBET Ha
yBenMUeHme YpOoBHS aapeHarimHa

FABP2 rs1799883 G/A Norm/Polym | MPenpPacroNoXeHHOCTb K YBEUUEH IO
CKOPOCTW TPaHCMOPTa HAChILLEHHbBIX KUPHBIX
KUCNoT

PPARG rs1801282 C/G Norm/Polym | MpenpacronoXeHHOCTb K MPOMEXYTOUYHOM

CKOPOCTV POCTa XMPOBbBIX KIIETOK

MepcoHaneHb JHK-0T4eT. Koa nauyeHTa
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leH MonuMopdusm MeHoTVN BapuaHT SpoekT PesynbTat

CD36 rs1761667 G/A Norm/Polym | MpenpacnonoXeHHOCTb K CHUXEHHO
BKYCOBOW 4yBCTBUTENBHOCTU K XMPaMm

DRD2 rs1800497 G/A Norm/Polym - | CHKEHHas MNOTHOCTb PacrpeneneHus
peuerTopa oodamMmHa 2-ro TMna, CHYXKEHHas
UYBCTBUTEMNbHOCTb KETKM K AODaMAHY

UHTepnpeTauus pe3ynbTaToB aHanm3a:

leH - ccnenyemblii reH, 0603HaYeHHbIM Ha3BaHMEM CcornacHoO HoMeHknaType HUGO.

Monmmopdusm - Homep B 6a3e gaHHbIXx dbSNP nccnegyemoro nonMMopdHoOro BapmaHTa reHa.

leHoTMN - pe3ybTaTreHeTUYEeCKOro aHam3a obcnenyemoro.

BapwuaHT - knaccndumkaTop pesynsTaToB aHanm3a Mo CTerneHn pacnpoCTpaHeHHOCTU

Norm - BapmaHT HOPMbI, YaCTbl B MUCCMEAYEMOM MOMy ALK,

Polym - nonnMMopdHbI MeHee pacnpoOCTpaHEHHbIN BapUaHT B UCCeayeMon nonynsuumn.

3pdeKT - KnaccndukaTop pesynsTaToB aHanmsa Mo BAMSHUIO NMosMMopdr3Ma.

yKasblBaeT Ha MONOXUTENbHbIV 3PPEKT, CBA3aHHbIN C MSMEHEHMEM aKTUBHOCTU MM SKCMPECCUU reHa.
= yKasblBaeT Ha oTpuLaTeNbHbIA 3PEKT, CBA3AHHBIN C M3MEHEHMEM aKTUBHOCTW WM SKCMPECCUU reHa.

Pe3yanaT— MHTEepnpeTauna pe3ynbratoB aHaiM3a no nccnenyemomy reHy venoBseka ¢ ToOUKM 3peHnd akTMBHOCTU U
IKCnpeccunun reHa.

Bpau KU1 Konnakosa H.
OHK aHanv3 npoeeneH

OO0 “HaumoHanbHbIn
LIEHTP reHeTnyecKmnx
ncenenoBaHing
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136bITOYHBIV BEC 1 OXMPEHME ABMSIIOTCA

Ha CerofHsWHMM eHb OOHOM M3 CaMblX CEPbE3HbIX
MeLMKO-coLManbHbix Mpobnem. Tak, B 2016 rogy 6onee
1,9 MNpA YenoBek cTaplue 18 neT UMenM M36bITOYHbIN
BEC, N3 HKX CBbllwe 650 MH cTpaganm oxxmpeHuem. MNpu
3TOM YUCIIO AETEN U MOLAPOCTKOB, MMEKOLWMX
M36bITOYHbIM BEC UM CTPAOAIOLMX OXMPEHUEM,
cocTaBmio 430 MH. Y B3pOCTbIX AMarHo3
«M30ObITOUHBIN BEC» CTaBUTCS NMpu MIMT 6orblue nnm
pPaBHOM 25, «OoXupeHue» — npu MMT 6orblue nn
paBHOM 30, «MOpBUAHOE OXMpeHue» — npu VIMT
6obLle nam pasHom 40 (mnm 35 ¢ cepbesHbiMA
OCJIOXHEHMAMMN).

Cpenn MEXaHN3MOB OXMPEHUST MOXHO BbIAENMTb
HEeMpOreHHble, SHAOKPUHHbIE 1 MeTaboMyeckme.

B oaHHbIM pa3aen B NepByto ovepeb BKoYeHa
MHbOpPMaLIMA O MOSIMMOPGU3MaX, CBA3AHHbBIX

C MeETabosIM3MOM N OTHACTU — C perynaumen annetmTa.
MpUYMHbBI HEMPOrEHHOIr O OXMPEHKSI KPOOTCSH OObIYHO
B MCUXMKE U MOTYT BbITb CBA3aHbI C akT/BaUMeln
CUCTEM, yYaCTBYIOLIMX B GOPMMPOBaHMI YyBCTBa
yOOBO/bCTBMA, YTO MPUBOANT K M36bITOUHOMY MpUemMy
MALLA. MeTabonmyeckme MexaH3Mbl Pa3BMBatOTCA

B CBSI3M C HapyLweHMeM obMeHa XMPOB U/nn

3akoyeHue

yrmeesogoB N NX OTNIOXEHWEM B MN306bITOYHOM
Konm4yecTBse.

MpY HapyLWeHKAX XXMPOBOrO OO6MeHa YCUIMBAETCA
CUHTE3 TPUMMLEPVAOB U NIMMOMNPOTENLOB,

B pe3ysibTaTe Yero BO3HWKAET rmnep/mnmaemMmst

M rMNepxoniecTepuHeMAs], MOBbILLIAETCS YPOBEHb
CBOBOAHbIX XUPHbIX KUCMOT. B criyyae HapyLueHMs
YIMeEBOLHOIO ObMeHa HapyLUaeTcs METabOIM3M
TFOKO3bl, MOBbLILLAETCS KOSMYECTBO MMIMKOreHa

B MeYeHU, Mpy 3TOM B MbILWEYHOM TKaHW YyTUIM3aums
rMIOKO3bl HapyuwaeTcs. CnegyeT OTMETUTD, UTO
M36bITOUHbIM BEC, B CBOKO OYepenb, ABMseTcs GakTopoMm
pucKa pasBuUTUS MHOMMX 3a00NeBaHKM, B MEPBYIO
ouepenb cepaeYHO-CoCyaMCTbIX M CaxapHOro amabeta
2-ro Tvna.

Ha cerooHsaWHMM OeHb BbisBneHo 6onee 900
rnonmMMopdHbIX BapraHTOB B Bornee vem 530 fokycax,
aCCOLMMPOBaAHHbIX C M3ObITOUYHbIM BECOM. 1O AaHHbIM
HOBEMLIEro MeTaaHaM3a, FfeHETVKOM ObbsACHSAETCH
nopsinka 14% Bapuaumm MHOeKca Maccol Tena,
HacneQyeMoCTb MHOEKCa MacChl Tefla COCTaBNseT
H6onee 22%.

leHeTMYeCcKuUit aHanM3 BbiIBUI Y 06CIeflyeMOro CpeaHIo0 MpeapacnosioXXeHHOCTb K
Ha6opy M36bITOYHOro Beca, CpefHUIN PUCK OXMPEHUS.

MepcoHaneHb JHK-0oT4eT. Koa nauyeHTa

* HeobxoamMa KOHCYMbTaLMe Bpada-crneLvanicTa
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O6cnepoBaHuA

O6cnenyeMoMy XenaTeneH KOHTPOsb
Macchbl Tesa. MoM1UMO 3TOro, XenaTenbHO
neprognYeckKy KOHTPOIMPOBaTb
JMINMMAHBIV CNEKTP KPOBW (YPOBEHb
TPUTMLLEPMAOB, ODLLErO XONECTEPUHA,
xonectepuHa JIMBIM v JTTNHM), a Takxe
YPOBEHb MHOKO3bl, MUMKO3UIMPOBAHHOIO
reMormobuHa U MHCYIMHA B KPOBW. Takxe
XenaTenbHO KOHTPOMPOBaTb
apTepuanbHoe OaBeHne, OCOBEHHO ecrn
M30bITOYHbBIN BEC MPUCYTCTBYET. Kpome
TOrO, N30bITOYHbIN BEC MOXET OblTb TakXe
CYMIMTOMOM HapyLWeH1 paboTbl
SHAOKPUHHOW CUCTEMBI (TMMOTUPEOS,
CUHAPOM KylWMHra, HapyLueHns
rMnoTanaMmYecknx GYHKLMM 1 Ap.),
MO3TOMY MPU HanMuMM y obcnenyemMoro
M30bITOYHOrO BECa PEKOMEHOYETCS TakxXe
npoBecT/ obcrenoBaHne GyHKLMMN
LUMTOBUAHOWM Xenesbl (@HanmM3 ypoBHs T3 1
T4, TTT, a Takxe Y3 WMTOBMAHOM Xenesbl)
U rmnodusa (MccneqosaHme TIT,
nponakTHa, MPT runodumsa)*. Mpwn
HanMYMM KIMHWUYECKMX MOKa3aHWM 1 Mo
pekoMeHOaLMK creLmanmcTa BO3MOXHO
Ha3HaYeHMe OOMOHUTENbHbIX
crieumodmnyeckmx obcreqoBaHUn®.

MepcoHaneHb JHK-oT4eT. Koa nauyeHta

* HeobxoamMa KOHCYMbTaLMe Bpada-cneLvanicTa

PekoMeHaauum no npopunakTuke

[na nopaepaHns onTrMManbHOro Beca obcnenyemMomy
XenaTenbHO He MPEeBbILAaTb PEKOMEHAOBAHHbIE EMY HOPMbI
noTPEBNEHUS XXMPOB U YrMeBOAOB. [py HEOOXOAMMOCTU
CHWXKEHUS BeCa MUTaHMeE OOMKHO OblTb FMMOKANIOPUMHBIM,
BO3MOXHO COB/I0AEHME BblCOKOOETKOBOM, HU3KOXUPOBOM
W HU3KOYITIEBOAHOW AMeTbl. Ecriv ob6cnenyembin
MCMbITbIBAET MPOGMEMbI C CODMOAEHNEM PEXMMA MNTaHUS N
[METbI, MY MOXET BblTb PEKOMEHA0BaHa KOHCY/IsTaLMs
rcMxornora unm ncrxoTepanesTa. KenaTenbHO BKoYeH e B
PaLMOH JOCTaTOYHOIrO KOMIMYECTBA MUILLEBbBIX BOSIOKOH.
enaTtenbHo orpaHnunTL yrioTpebneHue ankoross. Takxe
obcnenyeMoMy BaxHbl perynspHble dusmdyeckme Harpyskum.
Mpr HeOHXOAMMOCTU MOIYT OblTb Ha3HaYeHbl METGOPMUH,
Op/MCTaT WM APYrue Npenapatbl, UCXOAS U3 XapakTepa
HernocpeacTBEHHOM KIIMHUYECKOW KapTUHbI*.
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NccnepyeMble reHbl

FTO

MC4R

ADRB3

ADRB2

MepcoHaneHb JHK-0T4eT. Koa nauyeHTa

KoompyeT 2-0KCoryTapaT-3aBUCHMyO AEMETUIa3Y, KOTOPas y4acTByeT B
MOAMPUKALMN HYKIIEVHOBbIX KCIOT, OCYLLIECTBSIOWIMX PErYIATOPHYIO
dyHKLMIO. Berok BbipabaTbiBaeTcs B 6O/bLIEN VM MEHbLLEIN CTerneH
MOUTM MOBCEMECTHO B OPraHmM3Me, HO MaKCKMasbHO — B HEPBHOM TKaHU 1
0CODEHHO B rurnoTanamyce. [NomMMopdram 3TOro reHa cessaH ¢
3aMen/IeHHbIM UyBCTBOM HACHIWEHWS 1 YBENMYEHHbIM MOTPEOIEHEM
Karnopui 1 BHOCKT BOJIbLLIOM BKIAA, B Pa3BKTUE OXVpeHs. OQHaKo 3ToT
PUICK MOXHO CHU3UTb PEryISpHON GU3UYECKOM aKTUBHOCTbBIO.

KoayvpyeTt MenaHOKOPTUKOTPOMHbIY peLienTop 4, KOTOPbIM OTHOCUTCS K
AHOPEKCUIEHHOWM YaCTV PErysISTOPHOrO MyTW MULLEBOrO NoBeneHs
(MENAHOKOPTVHEPIMYECKUI MYTb). DKCMPECCUPYETCS B LIEHTPaSbHOM
HEPBHOW CUCTEME, B MEPBYIO OYepepb B rONIOBHOM MO3re.
B3anmMooencTByeT C agpeHOKOPTUKOTPOMHBIM M MEaHOLMT-
CTUMYTIVIPYIOLLYIM FOPMOHaMV. Yepes 3TOT peLlenTop npu ydactum G-
©erKoB 3aryckaeTcs CUrHas o MoAaBEH VI YyBCTBa MOSoAa M CHYKEHN
noTpebneHyist M. MonMMopdHast 3amMeHa B 9TOM reHe CBA3aHa Co
CHUXEHHO CKOPOCTHIO MOAABNEHMS UyBCTBa ro/104a U yBeMYeHem
obLWen KanopUMHOCTY paLyoHa.

Koaupyet 6eTta-3-agpeHeprimyeckiii peLerntop, Yepes KOTopbIv Mo,
BO3MEVCTBMEM KaTEXONAMVHOB OMNOCPEenyeTcs MNonM3
TepMoperyaums. PeLilenTop AeNCTBYET B aAMMnoL/Tax, Moyt 3TOM
MakKChMaribHasg 3KCMpeccus reH OTMeYaeTCs B AYHIMKAX, a Takxke B
MIaLUEHTE, XXEMYHOM 11 MOYEBOM My3bIpsX. [omMMopdr3M B reHe cBA3aH
CO CHMXXEHKEM BblpaboTkM AaHHOIro pelenTtopa B TKaHsX, 4To 3aMeniser
MPOLIECC CXUraHMS XXMpPa, 1 aCCOLMPOBaH C PasBUTUEM TaKKX
3ab0/1eBaHMIN, KaK rnepToHMYecKas OOMe3Hb, CaxapHblv AMabeT,
OXMpeHMe.

KopupyeT beTa-2-aapeHepryeckiii peLenTop — MOHHbIN OefKoBbIn
KaHan L/TOMIa3MaTUYeCcKom MeMOpPaHbl KIETKU, MEIOLLMI BbICOKYHO
CTerneHb CPOACTBA K afpeHaMHy 1 00eCcneumBatoLLmY NOBbILLEHWNE VA
CHVXEHME METabOMMUYECKOW akKTUBHOCTY MHHEPBUPYEMOM TKaHM U/
opraHa. Aktnsaumsa ADRB2 BbI3blBaeT yBeMUEHME MHTEHCUBHOCTU
MMKOreHom3a. B reHe Harbonee 13ydeHbl ABa MOMMOPOU3Ma:
Gly16Arg (cBA3aH C cepaeyHbiM BbIOBPOCOM B MOKOE, MOBbILLEHHOW
BpoHxoaMmaTaumen 1 BbIHOCIMBOCTLIO) 1 GIN27Glu (cBsi3aH ¢
OXMPEHUEM U MMIMKOFEHOMM30M, PaCMafoM TIMKOreHa mpu GU3KnyYeckom
akTMBHOCTU). Antenb 27Glu (G) cBa3aHa C M3MeHeHWeM peLenropa v
3aMenIeHHbIM PacrafoM MMKOreHa.
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FABP2

PPARG

CD36

DRD2

MepcoHaneHb JHK-0T4eT. Koa nauyeHTa

KoaumpyeT nepeHocUmK XMpHbIX KUCMOT 2-ro Tina. benok ceasbiBaeT
XKNpHble KMC/1IOTbl B TOHKOM KULIEeYHMKe, CI‘IOCO6CTBy6T 6onee aAKTMBHOMY
VX YCBOEHWIO, 06/18Aa€ET BbICOKIM CPOACTBOM K HACBILLEHHbIM XXIpPaM,
0beCcreyrBaeT 3axBaT, BHYTPVIK/IETOUHbIV TPaHCMOPT VI METADO/IM3M
OJIHHOLLENOYEUHbIX XMPHbBIX KUCOT. DKCMPECCUPYETCH B KUMLLEYHIIKE.
MoMMop®dU3M B 9TOM reHe CBA3aH C YCKOPEHHbIM TRaHCNOPTOM
HaCbIWEHHbIX XMPHbIX KMCIOT U yBelIMYeHMEM 3(bd)eKTI/IBHOCTI/I
HN3KOXMPOBOW AMNETDI.

KopupyeT ramMmma-peLentop nponmbepatiy nepoKcMcoM, KOTOPbIM B
OCHOBHOM MPOOYLIMPYETCS B XXMPOBOW TKaHW. OCHOBHOW GYHKLIVEN
3TOro 6erka ABMAETCA akTUBALMS MEHOB, CBA3aHHbBIX C akKyMyALMEN
Xpa, AnddEPEHLIMPOBKOM KNETOK XIMPOBOW TKaHM 1 MUOOIACTOB.
VIrpaeT BaxkHyto posib B GOPMUPOBaHUI YyBCTBUTENBHOCTM Pa3/IMYHbIX
TKaHel K MHCYMHY. NonMMopdHas 3aMeHa B 3TOM reHe 6iaronpusTHa U
CcBsi3aHa ¢ Hosiee BbICOKOW YyBCTBUTENbHOCTBIO K MHCYIHY 1
CHVIKEHMEM prcKa passuTms CO2.

KooupyeT peLenTop K XKMpHOMY, KOTOPbIN SABMSETCS MHTErpasbHbIM
MeMOpPaHHbIM OEKOM, OTBEYAIOLLIMM 38 METADO/II3M XMPOB (CBA3bIBAET
OKWCIEHHbIE IMMOMPOTEVHbI H3KOW MOTHOCTW, GoChomMnmap! 1
KVIPHbIE KMCNOTbI), Pacro3HaBaHME XPOB B MMLE Ha BKYC, yCBOEHUE
XVPOB B KMWEYHMKE. MaKCMMaIbHO 3KCMPECCHPYETCS B XMPOBOW TKaHM,
a Takxe B HEDOSbLIOM KOMMYECTBE B CepALIe, CeneaeHke, nnaueHTe 1
OPYrX TUMaxX KNeToK, BK/IKoYast MOBEPXHOCTb SMMTENMS BKYCOBbIX
COCOYKOB. MO IMMOPdU3MbI B 3TOM reHe CBA3aHbl CO BKYCOBbIM
BOCTPUATUEM TEKCTYPbI XXMPHOM ML 1 M3BbITOYHBIM MOTPEONeHEM
XVPOB,a TakXe C APYrUM/ HapYLLIEHUSMA TMMAHOrO MeTabomama n
BC/IeCTBME 3TOrO — C BAXKHOCTBIO CHUKEHWSA KOMMYECTBa XMPOB B
pauyvoHe.

KogvpyeT peuentop godamrHa 2-ro Tvna. [JodammH sBrgeTcs
HeMpOMearaTOPOM M OCYLLECTBISET Nepedady MMYIbCOB Mexay
HEMPOHaMM, y4aCTBYET B OVOXMMMYECKOM OBECTEUEH I MPOLIECCOB,
MPOTEKAOWMX B LIEHTPA/IbHOM HEPBHOM CUCTEME, 1 PEMYSIMPYIOT Kak
6a30Bble HaBblKW (MPVEM MMILLK, M3DEraHme OMacHOCTW, MO/I0BOE
nosefeHve), Tak 1 BbICe MO3roBble GyHKLMK (MOTVBaLMSA, ODy4YeHMe,
MamsiTb, BHMMaHKMeE). rs1800497 B 3HXaHCEPHOM parioHe reHa MprBoauT K
CHUXEHWMIO BKCMPEeCcCcU reHa.
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