


BBeoeHume

B ocHoBe npodeccnoHanbHOro oTyeTa fiexaT HOBeWMe Hay4yHble WCCneaoBaHus
accoumaLmi reHoB C 3abONeBaHMAMM U MPU3HAKaMK YesioBeKa, OCHOBaHHble Ha
pesynsratax ¢ OOKa3aHHOW KnHuYeckon addekTrBHOCTbIO. PesynbraTthl JHK-aHanm3a
MO3BONAOT OMNpPedenuUTb MNPeapacrioNIOXEHHOCTb K MeTaboIMYECKUM HapyLUEHUSIM U
anMMeHTapHbiM  3aboneBaHusaM.  Wcmonb3ys  OHK-Tect, MOXHO  onpenenutb
NPeapacrioNOXEHHOCTb K OXUPeHUo, AuabeTy 2-ro Tuma, UennakuM, nakTasHoM
HEe[OOCTaTOYHOCTW, aTepPOCKIepPO3y, MMNeproMoLMCTEVHEMUY, FUMNEPTPUTIULIEPUAEMUN,
6onesHn AnburemMepa, NPOPUIAKTUPOBaTb BUTaMUHOOEDULIMT, a TaKke onpenenvTb
MHOMBMOyaNbHble  cpefoBble  GaKTopbl, B/VSAIOWME Ha PUCK  OHKOSIOMMYECKMX
3aboneBaHWI.

HaHHble [OHK-TecTa He sBNSIOTCA OMArHOCTUYECKUMU U He BbISBNSAIOT HallMyme Toro
Unn WHoro 3aboneBaHws Yy denoBeka. [NpuMeHmmocTb [OHK-Tecta 3aknovaetcs B
NPOrHO3MPOBaHUN U  NPOGUNAKTUKE MEeTaboSIMYEeCKUX HapylWeHWA 4ernoBeka U
COCTaBNEeHUN WHOMBWOYaNbHbIX MPOrpaMM O/ CHWXEHWS pucka 3abonesaHnn U
yAyuyLleHnst obLwero CoCTosiHMSA 3A0POoBbS. 15 MHTeprnpeTaumm pesynsraToB aHa/IM30B
TpebyeTcsa KOHCY/bTaUus crieupmanmcTa.
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‘ Kak paboTtaTb

b NakTazHan HEQOCTaTOUYHOCTE
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FieaHTapHA CNEWHAnsCTa

C OTHETOM

HaseaHve npusHaka

PesynbraT reHeTU4eckoro aHamsa —
BKJTOUaET MHOPMaLMIO 06 aHaM3npyeMbIxX
reHax, BCTpe4aeMoCTU 1 UX addekTe Ha NpUsHaK

OnmcaHve npursHaka — dusmonornyeckas
W anvaeMuonormyeckast MHbopmaLmst o npusHake

OnvicaHWe reHoB — MHTeprpeTaums GYHKLMINA
FEHOB W UX POMelt B MeTaboIMYeCcKmX MyTsx

Kop, obcrnenyemMoro — yHUKanbHbIM
voeHTUdMKaTop obcrenyemMoro

3ak/toYeHre — KIoUYEeBON BbIBO, MO NPU3HaKky,
ﬁOﬂyqaeMbIVI Ha OCHOBEe pe3YyJsibTaTOB aHa/IN30B
mnccnenyembix reHoB Npum3Haka

O6cneoBaHUsa — CMUCOK M 0BboCHOBaHME
peKOMeHO0BaHHbIX 06CrieaoBaHUIA 418
YTOUHEHWNSA OMarHo3a

PekoMeHaaumm no npodunakTyke — Crmcok
WMHOMBUAYaNbHBIX PEKOMEHAOBaHHbIX Mep, HarnpaBieHHbIX
Ha NpodunNakTUKy 3aboneBaHUM UM MeTabonm4eckmx
HapyLUeHWIA

Mone npegHasHa4YeHo 4719 HasHaYeHUs UHOMBUOYaSIbHbIX
pekoMeHOaumi Mo NUTaHWo, 06pasy XU3HW,
NPOPUNaKTUYECKUM M NieyebHbIM MpoLeaypam

Kon obcnemyemoro myexpert]



YrnesogHbi1 O6MeH

YrneBoopl — OpraHMYeckue BEeLLECTBa, KOTOpble SIBSIOTCA OCHOBHBIM WCTOYHMKOM
3HEpPrM 1 HeobxoomMbl ANa GYHKUMOHMPOBAHUS LIEHTPaNbHOM HEPBHOW CUCTEMD,
MbilL, W oO6MeHa BeuwecTB. [lpouecc yreBOOHOro O6MeHa HauvHaeTcs C
nepeBapuBaHWsi YIMEBOOOB B POTOBOW MOJSIOCTY, A€ MPOUCXOOUT  YacTUYHOe
pacluiernyieHMe Kpaxmana U Opyrux MonvcaxapuaoB rMofh OencTBueM ¢GepMeHTOB
CIIIOHHDBIX Xenes.

B npouecce o6MeHa BeWeCTB YEBOMbl PACLLENISOTCA OO [TIHOKO3bl M MOCTYMatoT B
KpOBb. B crlyuyae 136biTka [TIOKO3bl B OpraHM3Me HEKOTOPOE ee KOJIMYECTBO B MeYeHn
npeo6bpasyeTcs B XUp. M3MEHeHWs YPOBHSA [TIHOKO3bl B KPOBW perynmpyeT ropMOH
WHCYNWH, KOTOPbIN BblpabaTbiBaeTcs 6eTa-KneTkamMm NoopkKeyaoYHOM Xenesbl.

Bce yrneBoabl COCTOAT U3 OTAE/bHbIX «€AUHWLYy — CaxapyaoB, KOTOpble AeNATCS Ha OABe
rpynmbl: NPOCTble (MOHOCaxapuabl) MU CroXHble (nonmcaxapyobl). [NMpoayKTbl C HU3KUM
MUKEMUYECKUM  UHOEKCOM (CNOXHble  yrnmeBoAbl) MedsIeHHO MepeBapuBatoTCs U
BbI3bIBalOT MNaBHble KONE6GaHWs YPOBHS TIIOKO3bl UM MHCYMMHA, 3TO B CBOO oyepenb
CNOCO6CTBYET PaCLLENIEHNIO XMPOB, @ HE WX HaKOTM/IEHWIO, B OT/IMYME OT ObICTPbIX
YreBOOOB.

9 Kon obcnemyemoro myexpert]



‘ CaxapHblt gnabeT 2-ro tmna

Pe3yn bTaT reHeTnu4eCkKoro aHasim3a

leH Monumopdunsm TeHoTun YacToTa Pesynbtat AdPekT
TCF7L2 r512255372 G/G 51% He BbisiBNeHa npenpacnonoXeHHOCTb K HapyLleHUIo @ @
perynsumm cekpeumm MHCymHa
PPARG rs1805192 C/G 27% I'IpeizschﬂoerHOCTb K MPOMeXyTOYHOM @ @
POCTUN POCTa XNPOBbIX KIIETOK
FTO r59939609 A/A 20% HOBbIIBL:i;H::;pVICK pa3BnTnNA ,u.ma6eTa B CBA3UN C @ e
PUCKOM pas3BUTUSA OXUPEHUS
GLUT2 rsS4OO C/C 75% He BbisBneHa npeapacrnosioxXeHHOCTb K HapyLUeHUIO @ @

TPpaHCrNopTa rMoKO3bl

CaxapHbit aabeT 2-ro Tmna (CO2) - xpoHudeckoe MeTabonnyeckoe 3aboneBaHme, 0byCroBeHHOe HegoCTaTOuHOCTBIO
BbIpaboOTKM WHCYNMHA MOMXKENYAOUYHOM Xene3om Wnn HeahdEKTUBHbIM €ro WCMoNb30BaHUEM, UYTO COMPOBOXAAETCSH
MOBbILLEHMEM YPOBHSI caxapa B KPOBMU.

Mo paHHbIM Ha 2017 rog, 3aboneBaeMOCTb CaxapHbiM OMabeToM 2-ro Tuna B Mupe - 425 MH YenoBek (MO AaHHbIM
MexpayHapoaHon depepaumm gmabeta (IDF)), B Poccum - 4,15 MnH Yenosek (Mo AaHHbIM PefepanbHOro peructpa
caxapHoro guabeta (OPCL)).

CO2 MoxeT ObITb OBYCnoBEH Kak CpeaoBbiMW, TaK U reHeTudeckmummn dakrtopamu. CylecTBylOT MOHOreHHble GOpMbI
omabeta (MODY-gmabeTbl), ogHako B GOMbWMHCTBE CrlydaeB pUCK OBYCraBIMBaeTCs 6oree CroXHbIM B3aMMOAENCTBMEM
reHeTUYeCcKMX GaKTOpPOB pUCKa 1 paulMoHa NUTaHWS. Ha cerogHsIWHWA OeHb BbisiBrieHo 6ornee 80 reHoB, NonmMMopdr3Mmbl
KOTOpPbIX B OONblUEN UMM MEHbLUEN CTEMeHW BAUSIOT Ha npegpacrnonoXxeHHocTb Kk CO2. YacTb 13 HWMX (HanpuMmep,
TCF7L2, PAX4, SLC30A8) cBs3aHbl ¢ AnddepeHUMPOBKOM UMM OYHKUMOHMPOBaHMEM B-KneTok nomKenyaouHom
Xenesbl, YacTb - C TPaHCMOPTOM U/ MEeTaboNM3MOM YITIEBOAOB, B YaCTHOCTU mtoko3bl (GLUT2), HekoTopble UMeloT
6ornee cUCTEMHOE OEeWNCTBME W CBSi3aHbl B MEPBYO odepenp C HabOPOM XXMPOBOW MacChl U PasBUTMEM COMYTCTBYHOLLEN
MHCynHopesucTeHTHocT 1 CO2 (FTO, PPARG). B oblueMm, HacnenyemocTb C2 coctaensieT ot 30 no 70%.

NccnenyeMble reHbl

PPARG

KoovpyeT ramma-penenTop nponmdepaumm nepoKC1com,
KOTOpPbIA B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOW TKaHW.
OcHoBHOM GYHKLUMEN 3TOro Genka SBAsSeTCs aKTMBaLMS
reHoB, CBSA3aHHbIX c akKyMynsumen XUpa,
IMODEPEHLMPOBKON  K/IETOK  XXMPOBOM  TKaHW U
MuobnactoB. UrpaeT BaxHylo posrib B HOPMUPOBaHMM
UYBCTBUTENIBHOCTM  Pas3/IMYHbIX TKaHeM K WHCYWHY.
MonuMopdHass 3aMeHa B 3TOM reHe OGnarornpusiTHa M
cBi3aHa C 6ofiee  BbICOKOM  YYBCTBUTESIBHOCTBIO K
VHCYNUHY U CHXKEHWEM pucka passutna CO2.

GLUT2

KooupyeTt 6enok - rnepeHocUnK ITFOKO3bl,
OCYLLECTBMSIOWMIA NEPEHOC TIIOKO3bl Yepe3 KIIeTOUHYIO
MeM6paHy nocpencTBoM obrneryeHHom ondodysmm BHYTPb
KNeToK, TakmMM 0Opa3oM CriocobCTBYs MOAAEPXKAHMIO
roMeocTasa MtoKO3bl. MakcUManbHO 3KCrpeccupyeTcsi B
rMeyeHW, a TakkKe B [OBEHaOUATUMNEPCTHOM KULIKE U
TOHKOM KuLEYHVKe. NonMopdumaM B 3TOM reHe CBsi3aH
CO CHWXKEHMEM CKOPOCTW TpaHCropTa [IHOKO3bl U
MoBbILEHMEM pucka pas3sutmnsg CO2.



TCF7L2

KoouvpyeT  TPaHCKPUMUMOHHbIM — daKTop,  MrpatoLmii
KIOYEBYIO ponb B WNT-curHanbHom nyTw.
SKenpeccupyeTcs B Pas/IMYHOW CTeMeHU MpakTUYecKu
noeceMecTHO B opraHuame. TCF7L2 HemnocpencTBeHHO
yyacTByeT B onddepeHUMpoBKe B-kneTok
MomKeNy[oYHOM xXenesbl (MPoayLMPYIOWMX UHCYNNH), W,
KpOMe TOro, B3alMOOEWCTBYeT C MeHOM MPOMtoKaroHa,
UTO onpepenseT WMHOYUMPYEMYIO [TIHOKO30M CeKpeLmto
MHCyVHa.  MonuMopdmsM B 3TOM  reHe  BHOCUT
CyllecTBeHHbIN Bknag B passutre CO2 M accoummpoBaH
CO 3HaUUTESbHbIM MOBbILEHNEM PpUCKa PasBUTUS JAHHOMO
3aboneBaHus.

FTO
KoouvpyeT  2-OKcoMmlyTapaT-3aBUCMMYIO  OeMeTunasy,
KOTOpasl y4yacTByeT B MogMdMKaLMM  HyKIIEMHOBbIX

KWCMOT, OCYLIECTBASIOWMX  PErYISTOPHYIO  QYHKLUMIO.
Benok BblpabaTtbiBaeTCA B 6OOMblIEN WM MEHbLUEN
CTEeMeHM MOo4YTU TMOBCEMECTHO B  OpraHMaMe, Ho
MakCUManbHO - B HEPBHOW TKaHU U OCOBEHHO B
rvnotanamyce. [MonnMMopdM3aM 3STOro reHa CBsI3aH C
3aMe[/1IeHHbIM YYBCTBOM HACbILEHUS U YBETMYEHHbIM
noTpebneHneM Kanopumi U BHOCUT 6OmblIOM BKag B
pasBuThE OXMpPeHUs. OOHAKO STOT PUCK MOXHO CHU3UTb
perynsipHon Guan4eckom akTUBHOCTbIO.

3aknueHue

[eHeTUYeCcKn aHann3 nokasarn, YTo Yy o6cr|e.|:|.yeMoro CHVXKEH PUCK pPa3BUTUA CaxXapHOro onabeTta 2-ro Tuna.

O6cnenoBaHUSA

HecMoTps Ha TO, UTO Ha OCHOBaHUWM FEHOTUMNA O6CIIELYEMOrO MOXHO OTHECTM K rpyrne C OTHOCUTENbHO YMEePEHHbBIM
PUCKOM PasBUTUA CaxapHOro anabeTa 2-ro TuMa, He criedyeT npeHebperatb NPodUIaKTUYeCKMMN 06CNeaoBaHSMM
(aHanms ypoBHSA MHCYNIMHA, TIFOKO3bl, TNKO3UIMPOBAHHOIO reMormobuHa B KPOBU XOTS 6bl 1 pa3 B 6-9 MecsLeB),

0OCOBEHHO MO OOCTMXEHUM obcrenyembiM 60 neT*.

PekoMeHOaLmMmM No npopuiakTmke

Mockonbky y o6cnenyeMoro BbisiBNIEH FEHETUYECKMIA PUCK PasBUTUSI CaxapHOro auabeTa 2-ro TUMa, XenatesbHa ero
npodunakTnka. PekoMeHaoyeTcss yMepeHHO cbanaHCUPOBaHHbIM PaLMOH NUTaHWs 6e3 3/10ynoTpebneHms caxapoM. Mpu
HeOb6XOAMMOCTU BBEAEHWSI B PALWMOH OOMOMHUTENIbHOMO KOMMYECTBa MULLEBbIX BO/TIOKOH CriedyeT MOMHUTb, YTO Hannume
nonumopdHoro annens reHa TCF7L2 cHkaeT npodunakTUYeckui 1 TepaneBTnieckui adbekT oT noTpebneHus
KNIeTYaTKW, B TO BpeMS Kak nonmMopdmsm reHa FTO sBnseTca GpakTopoM, MoBbILAOWMM OMeTUYeCKyto 3bPeKTUBHOCTb
KneT4aTku. Npm HEOOXOOMMOCTW U B LIeNsIX MPOPpUNakTUKM BO3MOXEH MNpUeEM TaypuHa B kayecTBe BAL*.



& TpaHCNopT Kanus
B B-kneTkax

Pesyn bTaT reHeTn4eCKoro aHasim3a

leH Monumopdunsm TeHotMn YacTtoTa PesynbTat SddekT

MpenpacronoXeHHOCTb K HOPMasIbHOMY
KCNJT rs5219 G/G 40% bYHKLIMOHMPOBaHMIO ATD-3aBUCUMBIX KaNMeBbIX ® @

KaHasnoB B 6eTa-kneTkax I'IOD,)KGJ'Iy,D,OHHOVI Xenesbl

[OPMOH WHCYNIMH - BaXHbI PErynsarop YreBogoHOro obmeHa. OH cekpeTupyeTcs 6eTa-kneTkaMy MOMmKeyoo4HOM
Xernesbl B OTBET Ha MOBbILEHME YPOBHS THOKO3bl B KPOBW. B mnasmMatuyeckon MembpaHe 6eTa-KieToK pacrorioXeHbl
ATD-3aBUcKMble  Kanvesble (K-ATd) KaHarbl, 330€MCTBOBaHHble B perynsumMm Cekpeumm WHcynuHa. Korma kneTka
HaxOOUTCsl B COCTOsHUKM mokosi, K-AT® KaHanbl OTKPbITbl M MO3BOMASIOT MOHaM Kanus BbIXOOUTb U3 KNeTku. [lpwu
MOBbILLEHNN YPOBHS [TIHOKO3bl B KPOBU U U3MEHEHUM COOTHoLWeHua ATP/ALD B 6eTa-kneTke MpoUcxoauT 3akpbitne K-
ATD KaHanoB, YTO 3aryckaeT MPOLECC, MPUBOASLLMIA K CEKPELIMN UHCYSIMHA B KPOBOTOK.

®dakTopaMu pucka [ns BO3HUMKHOBEHUS caxapHoro auabeta 2-ro Tuna (CO2) MoXeT ObiTb [OCTaTOuHO 6Gorbliuoe
KONMMYECTBO MOMMMOPGU3MOB B PasfiNYHbIX reHax. MogpobHO pUCKU pasBUTUS OaHHOrO 3aborneBaHus y obcnenyeMoro
onucaHbl B pasgene “CaxapHbii OvabeT 2-ro TMna” maHHoro otyeTta. HapyweHue paboTbl K-ATD kaHanoB 6eTa-KineTok
TaKKe MOXeT BHOCUTb BKIad B BO3HWKHOBeHMe CO2. leH KCNJ11 kogmpyeT cybbeamHuupbl, Bxogdwme B coctaB K-ATD
KaHana. M3BecTHbl MoNMMMOp®U3Mbl 3TOMO reHa, KOTOPble MPOSIBASIOTCS B CHUXKEHUN YyBCTBUTENbHOCTU K-ATdD KaHanoB K
Monekynam ATD. 3TO NPUBOAUT K YMEHbBLUEHMIO CEKPELMN MHCYSIMHA U MOXET CroCcOOCTBOBaTb HapYLUEHWIO YITIEBOAHOMO
obMeHa B opraHm3Mme.

NccnepyeMble reHbl

KCNJT

KooupyeT cybbeavHuiupl, dopmupytowme ropy ATO- Xenesbl, MeYeHy, Mbiwl, cepaua, Mosra M XMpPOBOW
33aBMCMMOIO  KanmeBOoro KaHana. Bbicokumin  ypoBeHb TKaHW. OnpepeneHHble nonuMopduaMbl reHa KCNJ11
3KCMPEeCCHM 3TOrO reHa XapaKTepeH A5 MoaykKey404HON MOBbILWAOT pUCK pa3suTua CO2.

3akoveHmne

FeHeTUYeCKUIN aHanM3 Nokasar, YTo obcrnenyembl NPeapacrosioXeH K HOPMaribHOMY GYHKLIMOHUPOBaHUIO ATD-
3aBMCUMbIX Ka/IMEBbIX KaHaNOB B 6eTa-K1eTkaxX NomxXenygouHoM xenesbl. PUCK pasBUTUS caxapHOro amabeTa 2-ro Tuna
Mo 3TOMY MEXaHW3My He MOBbILLEH.



ObcnegoBaHUS

O6cnenyeMoMy XenaTesibHO pa3 B rof, MPOXOAUTb NpoduiakTUieckme obenenoBaHUst (OCOBEHHO 3TO BaXKHO s Noaen
cTaple 60 neT): coaBaTb obwme aHanmsbl KPOBU U MOUW, aHaNM3bl HA YPOBHM MOKO3bl, MHCYNMHA 1 C-NenTuaa, aHanua

Ha OOLWMIN XONeCTePUH.

PekoMeHOaLmm no npodunakTmke -

HecMoTps Ha 611aronpUsITHBIA FEHOTUIM, O6CNIeAyeMOMY XerNaTesIbHO MUTaTbCs Pa3HOOBPa3HO, OrpaHUYKMBas MpPY 3TOM
KOMNYECTBO XMPOB (MPeXae BCEro XMBOTHOMO MPOUCXOXAEHWS) 1 NIEMKOYCBOSEMbIX YITIEBOAOB. B KauecTBe MCTOUYHWKOB
YITEBOLOB /ydlle OTAaBaTb NpearnovTeHre OBOLLAM, LieSIbHO3EPHOBBIM M MOMTOYHBIM MpoayKTaM. Mpu Hanuymm
M3BbITOYHOW Macchl Tesla U OXMPEHUst 0bCrefyeMoMy PeKOMEHAYETCS YMEHBLUNTb KaNOPUMHOCTb paLMoHa, OOHaKO
crefnyeT NMOMHUTb, YTO pe3KMe OrpaHUYEeHUst B MUTaHUM U FONodaHne MOMyT HeraTWBHO CKasaTbCsl Ha COCTOSHM
opraHuaMa. Takke obcrieyeMoMy XenaTeslbHO OrpPaHUYUTb YroTpebrieHne ankoronst U OTKa3aTbCs OT KypeHus.
BraronpusTHbl aapobHble duandeckme Harpyskm He MeHee 3 pas B HeZento.



@ OPPEKTUBHOCTDb
HM3KOYrNMeBoOgHOM ONETDI

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdunsm TeHoTun YacToTa Pesynbtat AdPekT

TCF7L2 rs12255372 G/G 51% Hun3kas NpeapacronoXeHHOCTb K HapyLIEHUIO 00
cospeBaHns 6eTa-K/IeToK U CeKPEeLm MHCYIMHA.
MpenpacroioXeHHOCTb K MMMepriiMKeMUn n3-3a

GLUT2 rs5400 c/C 75% N36bITOYHOrO NMoTpebrieHNs caxapa MasloBepOsTHa, 6 6

HOpMasbHasi YyBCTBUTENbHOCTb K ClIafKoMy

MpenpacrofioXeHHOCTb K CHUXEHMIO aKTUBaLMM

ADRB2 rs1042714 C/G 51% FIMKOreHONM3a B OTBET Ha YBeNMUeHne YpOBHS ® 6

appeHanMHa

YimeBoabl SBASOTCSH OCHOBHBIM «ObICTPbIM» UCTOYHUKOM 3HEpPriv OJ1si OpraHmMaMa. 3Ta aHeprust obpasyeTcs B pesyssrare
MMKonmMsa - GepMeHTaTVUBHOIO MpoLecca NocnefoBaTeNlbHOrO PacLLernieHnst IMoKO3bl B KIIeTKax, COMpPOBOXAAIOLLErocs
cnHTe3oM ATD. B aspobHbIX YCNoBMsiX OOpasylolascs B pesynsrare AaHHOro rpouecca MMpOBMHOrpagHas KuMcioTta
(NMnpyBaT) fanee OeKapboKCUNMPYETCs, cCoeanHSeTCa C KobepMeHTOM A 1 BoenekaeTcst B UMk Kpebca, a B aHaspObHbIX
YCNOBUSIX UMW MPU TUMOKCUM MpeTepreBaeT Aa/ibHeNluMe MNpeBpaLleHus B Xone 6poxeHusi ¢ obpasoBaHMEM MOSIOYHOM
KUCNOTbI (NakTaTta). He ncnonb3yeMas opraH1M3MOM [TIOKO33a, B CBOKO o4vepedb, 3arnacaeTcs (B 60sblMX KONMMYEeCTBax — B
MeYeHU N MbILLEYHOW TKaHM) B GOopMe MMKoreHa — nonmcaxapyaa, COCTOSILErO M3 OCTaTKOB [TIHOKO3bl.

Mpy ManonoABMKHOM 06pase XU3HW YrTeBodbl MPeobpasytoTCs B XXMPOBbIE OTIIOXEHMUS.

HuskoymeBoaHasi AveTa npeanonaraeT CHUXEHWE OONU NOTPEBNSEMbIX KPaxMasICTbIX YITIEBOAOB M CaxapoB B paLoHe.
YrmeBoabl KOMMEHCUPYIOTCS YBENTMYEHNEM [OMU XMPOB U OCOBEHHO 6e/KOoB. SPDEKTUBHOCTb HNU3KOYTIEBOAHOW AMNETbI
CBsi3aHa B MepBYO ovepedb C reHeTUYeCKM OBYCITOBIEHHOM CKOPOCTbIO TPaHCMOPTa W pacrafa YeBOAOB B OpraHM3Me.

CnenyeT NMoMHUTb, YTO Ntobas OMeTa AN CHUMXKEHWUS Beca AO/MKHA BbiTb MMNOKaNopUIMHON M codeTaTbcs C GU3NYECKUMMU
Harpyskamu.

NccnenyeMble reHbl

TCF7L2

KooypyeT  TPaHCKPUMUMOHHBIA  GaKTop,  UrpatoLLmii
KIIOYEBYIO ponb B WNT-curHanbHom nyTw.
SKcnpeccupyeTcs B Pas/iMyHON CTeMneHU MpakTUYecKu
noBceMecTHO B opraHmame. TCF7L2 HemocpencTBeHHO
yyacTyeT B onddepeHUmpoBKe B-kneTok
MOLKeNy[oYHOM Xenesbl (MPoayLMpYIOLMX UHCYNH) U,
KpOMe TOro, B3alMOOEWCTBYET C eHOM TMPOMTtoKaroHa,
UTO onpefenseT MHOYLMPYEMYIO [IOKO30M CeKpeLmio
VHCyMVHa. lMonuMopdmamM B 3TOM reHe CBsi3aH C
HapylleHeM YTUIM3aLMMU  [TIHOKO3bl, PUCKOM  PasBUTUS
CcaxapHoro pgauabeta 2-ro TuNa W HeOBXOAMMOCTHIO
rUMOMITIMKEMMYECKON HU3KOYITIEBOAHOM OUETbI.

GLUT2

KooupyeTt 6enok - rnepeHocYmnK ITIOKO3bl,
OCYLIECTBMSAIOLMA MEePEHOC TIIOKO3bl Yepes KIeTOUYHYHO
MeM6paHy NMocpencTBoM obneryeHHom ondodysmm BHYTPb
KNeToK, TakMM 06pa3oM CrocobCTBys MOAAepPXKaHWIO
roMeocTasa MtoKO3bl. MakcUManbHO 3KCrpeccupyeTcsi B
rneyveHy, a Takke OBEeHaLATUNEPCTHOM KULWKE M TOHKOM
KMweyHuke. MonmMMopduaM B 3TOM reHe CBs3aH Co
CHWXXEHMEM  CKOPOCTM  TpaHcropTa  MIOKO3bl U,
COOTBETCTBEHHO, MeHbLUeN 3P PEKTUBHOCTBIO
HW3KOYITIEBOAHOW OMETbI MO CPABHEHMIO C HOPMOM.



ADRB2

KopupyeT 6eTa-2-agpeHeprimyeckui peLenTop - MOHHbIN u3yyeHbl aOBa nonumopdmama: Glyl16Arg (cBssaH C
6enKoBbIN  KaHanm  UMTOmM/a3MaTU4eckon  MeMbpaHbl cepagyHbIM BbIOPOCOM B MOKOE,  MOBbILLEHHOMN

KNeTKY, UMEWMM BbICOKYKD CTeMneHb CPOACTBa K OpoHxoounaTaumMen UM BbIHOCIIMBOCTBIO) U GIN27Glu
agpeHanuvHy W obecrneumBalowmii  MOBbILLEHWE WA (cBSiZaH C OXWPEHWEM W [TIMKOFeHONM30M, pPacrafoM
CHWXEeHVe MeTabonmMyeckon akTUBHOCTU MHHEPBUPYEMOM ITMKOreHa npu GUsnYeckon akTmeHocTW). Annenb 27Glu

TKaHW WM opraHa. Aktueaumsi ADRB2  Bbi3biBaeT (G) cBA3ZaHa C M3MEHEeHWeM peLenTopa W 3aMeyIeHHbIM
yBENIMYEHNE UHTEHCMBHOCTU [TIMKOreHonmsa. B reHe pacrafgoMm mMKoreHa.

Hanbonee

3akoveHmne .

leHeTUYecKU aHanms rnokasar, YTo apdEeKTUBHOCTb HU3KOYITIEBOAHOM OMETbI OJ1si OOC/IefyeMOoro MOXeT OblTb HU3KOW,
HO BO3MOXHO ee HasHa4yeHue o1 NPoPUNakTUKL 3aboneBaHNIA.

ObcnegoBaHUS

O6cnenyeMoMy He CTOUT NMpeHebperaTtb exXerogHbiMy MPodUIakTUYECKUMN 0bcrefoBaHUAMU (aHaNM3 YPOBHS MHCYNWMHA,
TOKO3b, MNKO3UTMPOBAHHOIO reMorTIobrHa B KPOBUM), OCOBEHHO MO JOCTMXKEHUM UM 60 neT*. B cnyyae obHapy>XeHus
HeBMarornpUSTHbIX N3MEHEHUIN PEKOMEHYETCS KOHCY/BTaLms 9HAOKPUHOMOra.

PekoMeHgaumm rno npodunakTrke

Mockonbky reHoTMN obcnenyeMoro acCoLMMPOBaH C HU3KOM 3D dEKTUBHOCTbIO HU3KOYEBOOHOW AMETDI, €e HasHaYeHue
UCKITIOYNTENBHO A/ CHMXKEHMS BeCa HellenecoobpasHo. OoHako oHa MOXET ObITb HasHauYeHa 4715 MpoPUIakTUKm
caxapHoro avabeTta 2-ro TMna Npy HarMuumM prcka Bbille cpeaHero*. MoXHO paccMOTPeTb BapUaHTbl HU3KOXMPOBOW W
BbICOKOBEIKOBOM AMET. BaXkHO MOMHUTb, YTO Ntobasi aneTa apdeKTBHaA TONbKO B COMETaHUU C GU3MNUYECKON
aKTWUBHOCTbBIO, @ MPWY NrEHOTUMNAaX, CBA3aHHbIX CO CHVDKEHMEM CKOPOCTW pacrafa YimeBO4OB 1/UN XUPOB, ee TpebyeTcs
6onblue, yeM B HopMe*. [Npu HopManbHOM reHoTurne TCF7L2 BktouYeHMe B paLmoH MLWEBBIX BONTOKOH (KNeTyYaTKu)
MOXET ObITb MOME3HbIM A/151 MOBbIWEHUS 3PDEKTUBHOCTY ONETHI N YITyULLEHWS] MapaMeTPOB MHOKO3bl B KPOBU™,



% [ NTnKauus

Pe3yn bTaT reHeTnu4eCkKoro aHasim3a

leH Monumopdusm leHoTMn YYacTtoTa Pesynbtat AdPekT

o MpenpacrnonioXXeHHOCTb K HOpMasibHOMY
AGER rs2070600 G/G 90% dyHKLMOHMpPOBaHMio perernropa RAGE ®

Muvkauma — 3TO peakums HedepMEHTaTUBHOMO KOBa/IEHTHOrO MPUCOEOMHEHUSI CaxapoB (ITHOKO3bl, GPYKTO3bl 1 Op.) K
Mornekynam 6e5KoB U MMNMAOB, NPUBOAsLAasS K 06pas3oBaHMio KoHeuHbIx MpoaykToB Mukaumm (KM, KM okasbiBatoT psg,
TOKCUYECKUX SPPEKTOB Ha OpraHM3M, CrocobCcTBYysS pasBUTUIO OuabeTa, CcepaeyHO-COCYyOMCTbIX 3aboneBaHui,
XPOHWUYECKOM MOYEYHOM HeJOCTaTOYHOCTW 1 6onesHu AnbLrenMepa.

MOMMMO HEMOCPEACTBEHHOrO HapylueHWst paboTbl 6eskoB opraHmMaMa, KM crnocobHbl CBA3blBaTbCA C PeLenTopoM
KOHEYHbIX MPOAYKTOB MukaLmm (RAGE), NpuBOASA K aKTMBaLMM BOCNA/TUTEbHBIX MPOLIECCOB U FreHepaLn akTUBHBIX GOpM
kucrnopoda. Mockonbky y uyenoBeka HeT depMeHToB, yoansiowmx KM, ¢ BO3pacTOM OHWM HaKar/IMBaloTCH B TKaHSX.
O6pa3oBaHMe MPOOYKTOB MMKMPOBAHMUS MOBLILAETCA B YC/IOBUSX MUMEPIIMKEMUN, MMNEPSIUMMAEMUN, OKMUCTIUTESIbHOMO
cTpecca 1 BocnaneHus. Kpome Toro, KM nocTynaloT B OpraHMaM M3BHE C NuLwer 1 TabaduHbIM ObIMOM.

NccnenyeMble reHbl

AGER

KoouvpyeT peuentop RAGE, 6enok cynepcemeincrsa ons  nerkmx. OnpepgeneHHble MnonMMopduaMbl B reHe
MMMYHOTIO0YMHOB, OTHOCSILLMICS K Knaccy AGER cBfizaHbl C MOBbIWEHHbIM CPOACTBOM peLenTopa
TpaHCMeMbpaHHbIX peLenTopoB. BaamMopeincteme RAGE RAGE «k KII, u4to ycunmBaeT 3amnyckaembii RAGE
c KM npuvBoguUT K  aKTWBaumMy  BOCManeHuss U MPOBOCTaNUTENbHbIM Kackag, peakLUn.

OKUCIUTENbHOrO ~ CTpecca, a Takke CTUMYynMpyeT

NpoayKUmo 3TOro peuenTopa. leH AGER

JKCrpeccupyeTca B GO/bWMHCTBE TKaHEMN OpraHn3Mma,
0OCOBEHHO BbICOKMIA YpOBeHb ero npoaykuumn XapakrepeH

3akJiroyeHmne

leHeTUYecku Tect MoKa3sasl, UYTO PUCK Pa3BUTUA CUCTEMHbIX BOCNaTNTENIbHbIX MPOLEeCCOB B CBA3M C HakOornieHneMm
ApOAYKTOB MUMKUPOBaHWUS, a Takke OCIOXHEHUN npu ovabete no OJaHHOMY MeXaHN3MY He BbisaB1EeH.



ObcnegoBaHUS

B uensix npodunakTukm obcnenyembii MOXET cOaTh OOLMeE aHanm3bl KPOBU UM MOYU, aHanu3 Ha NerKoumTapHyto GopMyny
n COS, aHanu3bl Ha YPOBHW MHOKO3bI, MHCYMHA U C-nentunaa*.

PekoMeHaaLmm rno npodunakTmke

[ TOro 4TOobbl YPOBEHb KOHEUHbIX MPOAYKTOB MMKaLMM OCTaBasICsl B Mpeaeniax HoOpMbl, MOXXHO OrpaHUYmnTb
ynotpebneHue nuwm, B KOTOPOWM OHM COAEPXaTCs B GOMbLLOM KONMYECTBE (B MEPBYIO ovepedb MACHbIe NMPOdyKTbl U
KypwLly, C/IMBOYHOE Macsio U C/IMBOMYHbIV CbIP, MalOHe3, MaprapuH). Takke MOXHO OTKasaTbCs OT Caxapo3aMeHUTeNnen Ha
OCHOBE GpPYKTO3bl, OrPaHNYUTb YroTpebneHne kope (0COH6EHHO MPU HU3KOW CKOPOCTU paboTbl GEPMEHTOB,
MeTaboNU3VPYOLWMX KODErH) 1 NUTb Bonblue 3eneHoro Yas. OOHOBPEMEHHO XenaTenbHO roToBUTb MUy Npu 6onee
HU3KMX TeMnepaTypax, MyTeM BapKW, TYLLEHWUS 1 Ha Mapy, MCMONb30BaTb 6osiee KOPOTKOe BpeMs! roToBku. He
peKoMeHOyeTCs eCTb MuLLY, MPUrOTOB/IEHHYIO Ha rpune, XapeHHYo Ha ckosopoge. Mpy MPUroToBNEHWN MSCHOM MM
XenaTeslbHO UCMOsb30BaTb MapyHadbl, YKCYC, JIMMOHHbIM COK, @ TakKe Creuyn: MMBmpb, rBO3AVKY, MaiopaH, PO3MapuH 1
3CTparoH. PUCK pasBUTUSI CBA3aHHbIX C MOBbILLEHHOM MMKaLMEN OCIIOXHEHUIM MOBbILAETCS MPWY KypeHuUW. BraronpusitHbl
perynsipHasi msnyeckas akTMBHOCTb (3 pasa B Hefeslto U Yalle), NogaepXXaHne HOpManbHOroO Beca.



JIMnngHbI O6bMeH

NvinugHbIM - OBMeH - MeTaboNM3M  XMPOB, CUHTE3MPYIOWMXCS B MeYeHU Wi
MOCTYMNAoWMX B OPraHmsM C nuvwer (mnmoos). JIunmoHbiIi OOMeH BK/IHOYaeT B cebs
MPOLLECChI: pacLLernieHnsl, NepeBapmBaHnsa M BCACbIBaHUS XUPOB B MULLEBAPUTESIbBHOM
TpakTe. HapylweHve nunmuogHOro o6MeHa B MepPBYO oOuepedb XapaKTepusyeTcs
MOBbILEHNEM YPOBHSI XONeCTeprHa U TPUMMMUEpUOoB B KpoBW. lMepBuuHas mpuumvHa
HapyLeHWM NMNMOHOro OBMeHa — HacneaCTBEHHO- reHeTudecku dakTop. EaMHMYHbIe
WM MHOXECTBEHHbIE MyTaLMW MEHOB, CBSI3aHHbIX C IMMUOHBIM OOGMEHOM, CMOCOGCTBYIOT
HapyLleHMo MeTaboIM3Ma NMNMAOB B OpraHM3Me.

Jlvinygbl - OCHOBHOM CTPYKTYPHbIM MaTepuan I8 MHOMMX OPraHoB W TKaHeW.
XonectepyH - OOMH M3 BaXHbIX CTPYKTYPHbIX KOMMOHEHTOB FOJSIOBHOIO MoO3ra W
FOPMOHOB. 3TO NuMNMA, Y4YacTByOWMMA B  (GOPMUPOBAHUM  KIIETOUHbIX MeMO6paH,
06pasoBaHMM CTEPOUOHBIX TOPMOHOB U XeNUHbIX KUCIOT. OH HeobxoaMM O/ CUMHTEe3a
BUTaMMHa D, BbIpabOTKM >XENUHbIX KUCIOT M PasfiMYHbIX CTEPOMOHbIX FOPMOHOB
(BK/tOYask KOPTU30N, aNbAOCTEPOH, 3CTPOreH, MPOrecTepoH, TECTOCTEPOH). Ho mnpum
M30bITKE XONEeCTEPUH HaKar/IMBaeTCs B KPOBW, YTO MPUBOOUT K 3aKYrNOpKe COCYAOB U
pPasBUTUIO aTepockiepo3a. B To ke BpeMs HeOoCTaTOK XOsecTepurHa, OCO6eHHO B
paHHEM BO3pacTe, MOXET MPMBECTU K HapyleHUIO (GOPMMPOBaHMS KINETOK MO3ra,
MO3TOMY JIIOOSAM C Pas/IMYHbIMU FEHETUYECKMMM MapKepamy BaXHO MOLLOEPXMBATb
6anaHc NnoTpebneHns NMNMoos.

18 Kon obcnemyemoro myexpert]
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ATepockepos

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTn YacTtoTa PesynbrtaT SddekT
APOE rs420358 rs7412 E3/E3 65% OTCyTCTBYET NPEenpacrosioXEHHOCTb K ® O
’ HakoruieHuto JIMHIM B KpOBEHOCHOM pycie

o [NpenpacrnonoXeHHOCTb K YBETMYEHMNIO CKOPOCTHU
CETP rs5882 G/A 42% nepeHoca xonectepuHa 13 J1MBI1 B JITHI ® O
MTHFR rs1801133 c/C 41% ”pe”pacn"’;‘;’:g:';‘(’:‘;;;:;:f'(*emw ypoBHio ® e

posu

© MpenpacnonoXeHHOCTb K CHUXEHUIO CKOPOCTU
o Sl e 43% MeTabonmM3aMa oMera-3 XUPHbIX KNCIOT ® O
APOAS rs064184 c/C 1% OTCyTCTBYET NPEenpacrosIoXEHHOCTb K ® O

YBENIMYEHUIO YPOBHS TPUIMMLIEPUOOB B KPOBU

Atepocknepos (170 no MKB-10) - nopaxeHue apTepui (nepmudepuyeckmx, noYeudHblX, cepaeyHbiX U Ap.) B pesyrnsrarte
OT/IOXEHUS Ha WX CTeHKax MnuaoB (B NepBylo ovepefb XonecTtepurHa). B HacTosilee BpeMs CyllecTBYIOT ABe Beaylye
Teopun pasBUTUSI aTePOCK/IepO3a: TEOPUsS OTBETA Ha MOBPEXAEHME U TEOPUST IMMUOHON MHOWIBTPaLMM CTEHOK COCYAOB.
B nto6oMm criyyae gaHHasi MaTosorvst pasBMBaeTCs M3-3a HapyLWeHUs NMNMOHOro o6MeHa 1 NNMonpoTenaHOro roMeocTasa,
BCMeACTBME Yero XONnecTepuH W HeKoTopble dpakumy MNonpoTenaoB OTKIaOblBAlOTCS B MpOCBETE cocynoB B dopme
aTepOCKNEPOTUYECKMX BNSILEK, YTO Bbi3blBAaET CYXKEHME MPOCBETa COCYAOB U HapylUEeHWE KPOBOCHAOGXEHUS OpraHvM3Ma.
3TO BedeT K psigy CepaevHO-CoCyomcCTbix 3aboneBaHuin (CC3), B MepBylo odepenp K MaToniorvsM nepudepuyeckmx
apTepuii, MNEpPTEH3UN, ULLEMUYECKON BoNesHU cepaua, UWEeMUYECcKOMY MHCynbTy. CnenyeT OTMEeTUTb, UTo Ha 2015 .
CC3 cranu npuymHoOM npaktTuyeckn 15 MUNIMoHOB cMepTelr B MUpe (UTO cocTaBnsieT > 25% Bcex NeTallbHbIX MCXOO0B), a
K 2030 r., no gaHHbIM BO3, exerogHas MmpoBast cMepTHOCTb OT CC3 cocTaBuT 23,6 MJTH YENOBEK.

ATepock/iepo3 BCTpeYaeTCs Y MYyXYMH B 2-3 pasa 4valle, YeM Y XEeHLWMH, 1 pasBMBaeTCs 3Ha4YUTEeNIbHO paHblle, YTO
MOXET OObSICHATLCS «3aLUMTHBIM» OEUCTBMEM >KEHCKMX MOMOBbIX FOPMOHOB; B MOCTK/IMMaKTEPUYECKOM Mepuope 3Ta
«3allMTa» CrTaXuBaeTCs.

HecMOTps Ha TO, UTO CBA3aHHblE C MPEeapacrioNIOXEHHOCTBIO K aTepOCKIepo3sy annenn obbscHaoT o 30% Bapuaumm
HacnegoyeMoCT, HEeKOTOopble reHeTUYecKMe BapuaHTbl BHOCST CYLLECTBEHHbIM BK/a[ B PUCK PasBUTUSI aTepocksieposa.
Hanbornee cylecTBeHHbl NONMMopdUaMbl B reHax arnosvronpoTeNHOB, HEKOTOPBIX PELIENTOPOB, a Takke B APYrMX reHax,
CBA3aHHbIX C TPAHCMOPTOM U MeTaboNIM3MOM NINMUOOB.



NccnepyeMble reHol

FADS1
KoounpyeT pecaTypasy XMPHbIX KMCMOT, KaTa/IM3MPYIOLLYIO
peakumilo  CMHTEe3a  apaxWaoHOBOW  KWCIOTbl W

3MKO3arNeHTaeHOBON KUCMOTbl M3 oMera-3 1 omera-6
nNpeawecTBeHHVKOB. B 6onbluen 1M MeHblen CTeneHn
3KCMPECCUPYETCH BO MHOMMX TKaHSAX, HO MaKCKMaribHO — B
Hagno4YeyHnkax, Moare, nedveHu. MonumMopdmusM B 3TOM
reHe CBsfizaH C HapylleHVeM MeTabonnsMa omera-3 u
oMera-6 MOMIMHEHACIWEHHDbIX >XMPHbIX KUCNOT U1, Kak

cnepcreve, c MOBbILLEHNEM pucka pasBUTUS
aTepockeposa.

MTHFR

KooupyeT MeTuneHTeTparnopodonaTpenykrasy -
BHYTPUKIETOUHbIN dbepMeHT, YYacTByOLWMM B
MpeBpaLLEHNM FOMOLMCTEMHA B METUOHMH MpU Hann4mm
KopakTopoB - BUTamMmHOB B6, B12 ©n cybectpata -
ponveBor KUCIIOTbl.  DKCNpeccrpyeTcs  MpakTUYecKn
MOBCEMECTHO. BnugeT Ha reHeTUYecKyo

MpPeapacronoXeHHOCTb K MMNeproMoLmcTeMHeMUn 1
aTepOoCK/Ieposy, MOCKObKY ero NMoMMopdunsM CBsizaH CO
CHWKEHVEM CKOPOCTU [OETOKCUMKAaLMKM rOMOoLMCTEMHa U,
KaK cnencreve, C MOBbILEHNEM PUCKa BO3HUKHOBEHUS
CC3, B TOM yucrie 1 aTepockiieposa.

APOE

KoovpyeT anonvnonpotemH E, Bxopgawmr B cocTas
XUITOMUKPOHOB n mMnonpoTenHoB O4YeHb HU3KOW
MJIOTHOCTWN.  MakcuMaribHas KCrnpeccna 3TOro reHa
HabnopgaeTcs B MeYeHW,  Takke B Moukax,
HagNoOYeYHMKaX, >XMPOBOM TKaHW, Cesle3eHKe, Moare.
Benok yyactByeT B OOMeHe /MNWOOB B KPOBM U
xonecrtepuvHa B Mosre. Hambonee uyacto uccnegyioT 2
nonMMopduamMa, coyeTaHne KOTopbix obycnasnmeaeT 3

CETP

KooupyeT TpaHcropTep (6enok-nepeHocumk) adupos
XOnecTepuHa, KOTopbiM obecrneymrBaeT nepeHoc 3PpupoB
xonectepuHa u3  JIMNBIT  (IMMOMPOTENHOB  BbICOKOW
MAOTHOCTY) B ApYrve JMMOMNpOTEWHDbI, TakMM OBpasoM
yBenMymBeas ypoBeHb JINH. MakcrManbHo
IKCMpeccrpyeTcsl B Cesfle3eHKe, >KMPOBOM  TKaHW,
nMdaTnydecknx ysnax, MiaueHTe, neyenn. OovH w3
MOSIMMOP®HbBIX BapPUAHTOB MeHa MPUBOAUT K CHYDKEHWMIO
aKTUBHOCTM ©Genika, YTO CroCcOOCTBYET  YNyULLEHMUIO
NUNWOHOrO CrekTpa KPOBW M OKasblBaeT MPOTEKTUBHbIN
3P PeKT NpoTHB CepagUYHO-COCYOUCTbIX 3ab0/1EBaHUN.

APOAS5

KooupyeTt anosmMnonpoTenH 5, MWHOPHbIN
anonunonpoTenH MnnasMbl KposW. B nnasme B OCHOBHOM
acCcoLMMPOBaH C YPOBHEM TPUMMLIEPUOOB U B MEHbLLEN
CTeMneHn - C NNMOMPOTENHaMN HU3KOW M OYE€Hb HWN3KOM
MIOTHOCTU. WUrpaeT BaxHylO ponb B onpefeneHum
KOHLIeHTpaLuM TPUMMLIEPUOOB B KPOBW, TaK KakK SBNsSeTCs
CTVMYJISTOPOM JIUMONM3a TPUITULIEPUOOB MO, OENCTBMEM
AVNonpoTenHnmMnasbl. OgHako MonMMoOpdHble 3aMeHbl B
3TOM reHe CBsidaHbl B TOM 4MC/Ie C PUCKOM pPasBUTUSA
aTepOoCKNIEPOTUYECKNX N3MEHEHUIA COCYAOB.

dopmbl 6enka: E2, E3 (HopMa) u E4. BapuaHT E4 cBasaH
C MOBbIWEHHbIM PUCKOM Pas3BUTUS aTepocksieposa W
6onesHun Anburemmepa. MHTepecHo, 4To BapuaHT E2
paHee TOXe CUYUTa/IM MPOoaTepPOCK/IEPOTUYECKNM, OOHAKO
rnocnegHve WCCnefoBaHWst He MOATBepXOalT 3TO
(MmetoTcs gaxe obpaTHble AaHHbIe), C OpPYroM CTOPOHDI,
3TOT BapWaHT CHWXaeT pUCK pasBUTUS  6onesHu
AnbLrenmMepa.

3akJiroyeHmne

[eHeTnYecKMIn aHan13 BbiSBAM Yy o6cr|e,u,yeMoro HU3KNA PUCK pasBUTUS aTepockieposa. XKenaTesbHbl I'IpOCbVIJ'IaKTVNeCKVIe
Mepbl 019 CHMXKEHUNA BEPOATHOCTU Pa3BUTUA OaHHOIO 3aboneBaHus.

O6cnenoBaHUSA

O6cnenyeMoMy He crefyeT npeHebperatb NpodunakTUYeckumMy o6ceoBaHUAMU, TaKUMU Kak KOHTPOJTb JIMMMOHOrO
CrneKTpa KpoBu (B MeEPBYO ovepeab obLwmin xonectepuH, xonectepuH JMHIM, JMBI), npy HeobxoaMocTu -
aHrmorpadmnvecknMm obcnenoBaHnaMmn®. BaxkHoCTb obcnenoBaHWM BO3pacTaeT Mo AOCTMXKEHWM MPEK/TOHHOrO BO3PacTa,
OCOBEHHO 181 MY>XKUMH. [py NOBbILEHHOM ypoBHe xornectepuHa JTTHIM HeobxoayMa NMoHVKakoLWas ero Tepanmvisi.



PekoMeHOaLmMM Mo npopuiakTmke

HecMoTpsi Ha CHVKEHHbIM PUCK PasBUTWSI aTepockieposa, 0bc/iefyeMOMY He CTOUT MPEBbILATb PEKOMEHOYEMYIO HOPMY
noTpebneHnst xonecrteprHa. He pekoMeHayeTCcs NpeBbilaTb HOPMbl MOTPe6IeHVS XMPOB (HACbILLEHHbBIX U XXWPOB PacT.
MpomcxoxaeHusl) He CTouT 3HaunTeIbHO MpeBbilaTh HOPMbI MOTPEbIeHNS XXMPOB, XKenaTeslbHO OrpaHUYUTb
noTpebneHre HacbILWEHHbIX XXMPOB. Takke peKOMeHOyeTCs He 310yrnoTpebnsTe TpaHOKMpaMy. bnaronpusteH
LOMONMHUTENbHBIN NpueM oMera-3 MHXXK, ocobeHHO Npu X HeJoCTaTKe B pauMoHe. TakkKe CHYDKEHMIO pUCKa PasBUTUS
aTepockieposa CrnocobCTByeT perynspHas Gusnyeckas akTMBHOCTb.



YpoBeHb NMNMMNONPOTENHOB
BbICOKOW MJIOTHOCTU

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopdusm MeHotTn YacTtoTa PesynbTat IClololTg g
° [NpenpacrnonoxXXeHHOCTb K YBENIMYEHUIO CKOPOCTU
CETP rs5882 G/A 42% nepeHoca xonectepuHa na J1MBIM 8 JIMHIM ® O
APOE rs429358. rs7412 E3/E3 65% OTCyTCTBYET NPeapPacrioNiOXXeHHOCTb K ® @
’ HakorneHuto JIMNHIN B KpOBEHOCHOM pycrie
° MpenpacnonoXeHHOCTb K CHUXKEHMIO CKOPOCTU
FADST rs174547 T 43% MeTabonmama oMera-3 XUPHbIX KUCTOT ® O
APOAS rs964184 c/C 1% OTCyTCTBYET NMPeapacnosioXeHHOCTb K ® O

YBENMYEHUIO YPOBHS TPUMULLEPUA,OB B KPOBU

JIunonpoTeunHbl Bbicokor nnotHocTy (JTNBIT) cMHTe3MpytoTCst B MeveHW. B Havane oHu MMeloT MpencTaBnsioT u3 cebs
OUCKW, HO B KPOBW, 3axBaTblBasi XONeCTepWH, MNpuobpeTaloT chepuyeckyto PopMy. XornecTtepwH pacronaraeTcs Ha
MOBEPXHOCTU JIMMONpoTerHa BMecTe ¢ dpochonmnmaoamn. OgHako Mocsie ero npespalleHuns B adup (nog AencTBUEM
NeunTUHXONeCTepuHaUmMnTpaHcdepasbl) OH Gnarogapst BbICOKOM MMAPOGOBHOCTN MPOHUKaET BHYTPb YacTuubl. TakuMm
06pa3oM M36bITOK CBOOGOAHOIO XONecTepuHa yOansieTCs U3 KPOBSHOrO pycria.

YpoBeHb xonectepuHa JTBIM B nnasMe KpoBM 06paTHO KOPPEMPYET C PUCKOM PasBUTUSI aTEPOCKIIEPO3a U CBSA3aHHbIX C
HUM 3aboneBaHW. Bbicokasi ero KOHLEHTpaLWs NpensTcTBYeT 06pas3oBaHMIO aTEPOCKIEPOTUYMECKMX BrseK B cocyaax U
npepoTepallaeT passuTHE cepaeyHO-CoCyamCTbIX 3aboreBaHNIN. Takxe XOnecTepviH anBri nMmeeTt
MPOTUBOBOCMA/IUTENbHYIO, aHTUOKCUOAHTHYIO U MPOTUBOTPOMOOTUYECKYIO aKTMBHOCTb, OKasbiBaeT 6/1aronpuUsiTHbIN
addekT Ha nponudepaumio 1 apyrme GYyHKLMN KNeTOK 3HAOTENNS COCYO0B, XXN3HECTOCOBHOCTb 1 AndPepeHLIMPOBKY MX
NPeflWecTBEHHNKOB.  TakMM  0OpasoM, KOnudecTBO  xornectepuHa JIMBIM  npakTyyeckys HampsiMylo  CBSi3aHO C
MPOJOMKUTENBHOCTBIO U KaYECTBOM XU3HU.

YpoBseHb xonectepuHa JINBI B nia3Me KpoBW CyLLECTBEHHO OETEPMUHUPOBaH MrEHETUYECKW, ero MHOEKC HacneayeMocTum
MoXeT coctaBnstb 40-60 %. C ppyror CTOPOHbI, MOBbICUTb KONMMYecTBO xornectepuHa JIMBI MOXHO C MOMOLLbIO
PUBNYECKMX HArPY30K, CHMXKEHUS MacChbl Tesa (Mpuv M36bITOYHOM BECE) 1 MpueMa oMera-3 XXMPHbIX KUCOT.

NccnepyeMble reHol

APOA5

KooupyeTt anonunonpoTenH 5, MWUHOPHbIN
anonunonpoTenH Mnasmbl KPoBW. B nnasmMe B OCHOBHOM
aCcCcoLMMPOBaH C YPOBHEM TPUIMULIEPUAOB U B MEHbLLEN
cTenenn - ¢ nvnonpoTtenHamu Huskor (JTIHI) 1 oyeHb
HU3kom (JTMOHI) nnoTHocTU. UrpaeT BaxHylO porb B
ornpefenieHnn KOHUEHTpaLUMmM TPpUMWLEepUOOB B KPOBU,
TaK KakK saBnsieTca CTUMY/ISITOPOM nvnonmusa
TPUMULEPWOOB Mof, AeNCTBMEM  NIMMOMPOTEUHNINME3bI.
OnHako nonvMopdHble 3aMeHbl B 3TOM reHe CBs3aHbl B
TOM Yucre C ypoBHeM xonectepuHa JIMBI.

FADS1
KoovpyeT pgecaTtypasy XUPHbIX KUCOT, KaTa/lM3npYoLLYyo
peakuuto CMHTE3a aanMD,OHOBOlZ KNUCNOTbI n

3MKO3arneHTaeHoBOW KUCIOTbl M3 oMera-3 U oMmera-6
npenwecTBeHHNKOB. B 6orblie UM MeHbluen cTeneHu
3KCMpeccrpyeTcss BO MHOMMX TKaHsX, HO MaKCUMarbHO - B
HaamoYeyYHukax, Moare, nedyeHu. MNonumopdram B 3TOM
reHe CBfi3aH C HapyleHweM MeTabonuama omera-3 u
oMera-6 MOSIMHEHACHILLEHHbIX >XXUPHbIX KUCIOT W, KakK
cnefcTeue, CO CHWKEHMEM YPOBHS xonectepuHa JBI.



CETP

KooupyeT TpaHcropTep (6enoK-nepeHocymk) apupos
XONEeCTEPUHa, KOTOPbIN obecrneymBaeT nepeHoc 3bupoB
xonecrtepuHa n3 JINBIM B Opyrve nMnonpoTenHbl, TakuM
obpasoM yeenuumeas ypoeeHb JIMHI.  MakcuManbHO
IKCMpeccvpyeTcsl B Cefie3eHKe, >KMPOBOM  TKaHW,
nmMdaTuyecknx ysnax, nnaueHTe, neveHn. OouH ©3
MONMMMOP®HbIX BapUaHTOB reHa MPUMBOOUT K CHDKEHWMIO
aKTMBHOCTM 6enka, 4YTO CrocoOCTBYeT  YNyylUEHUO
NNNMOHOrO CriekTpa KpoBWM WM CBA3AHO C MOBbILEHMEM
ypoBHS xonectepuHa JIMNBI npy  CHUMXeHUW YypOBHS
xonecrepwHa JTHI.

APOE

KogupyeT anonunonpotevH E, Bxopgswui B cocTaB
XWTOMUKPOHOB M JIMMOMPOTEMHOB  OY€Hb  HU3KOW
MNOTHOCTU. MakcKManbHas 3KCrpeccust 3TOro  reda
HabntopJaeTcsa B rneyeHn, Takxke B royKax,
HagnoYeuHMKax, >XWPOBOM TKaHKW, Ccenes3eHke, Mosre.
Benok yuactByeT B OOMeHe /MNMOOB B KPOBU U
xornecrepuHa B Mosre. Hanbonee uacto wccrnemytloT 2
nonnmMopdunaMa, coueTaHre KOTOpbIX ObycnaenveaeT 3
dopmbl 6enka: E2, E3 (Hopma) n E4. BapuaHT E4 cBasaH
C roBbllLEHWEM  ypoBHA  xonectepuHa JIMNHIT  un
CHWXeHneM yposHst JITBIN B KpoBW (Kak cneacreve -

MOBbIWEHHbIM  PUCKOM  pasBUTUS  aTepockiieposa U
6onesHu AnburerMepa). BapuaHT E2 paHee TOXe
CUUTaNU MNPOaTEPOCKNEPOTUYECKMM, OOHAKO MocnegHue
MCCnenoBaHMs YKasblBalOT Ha ero CBsi3b C MOBbILEHUEM
ypoBHsl xonectepuHa JINBI 1 CHWXEHWEM YpPOBHS
xonecrtepwHa JTTHI.

3aknueHue

[eHeTUYecKMIN aHanun3 BbiSBU Y 06CIIeAyeMoro NpenpacronioXXeHHOCTb K CpeaHeEMY YPOBHIO xorecTtepuHa JTBIMN B
KPOBW.

ObcnegoBaHUS

O6cnenyeMoMy xenateneH perynspHbiv (1 pas B 6 MecsiLieB) KOHTPOJb NIMMMOHOMO CriekTpa KpoBu (B MepByto ovdepenb
o6 xonectepuH, xonectepuH JINBIM, JTNHM). B cnyyae Heo6xoamMMOCTU Npy CHbKEHUM ypoBHS JTTBIM Hvxe HOpMbl
/M HanN4Ymm APYrux KIMHNYECKMX MOKa3aHUIA BO3MOXHbI JOMONTHUTE bHbIE 06CeaoBaHus*. BaXKHOCTb OaHHbIX
npouenyp BO3pacTaeT Mo JOCTMXEHUM obcnenyembiM 40-45 ner.

PekoMeHgaumm rno npodunakTrke

Ob6cnenyeMoMy XenaTesnieH KOHTPOsb PaLyoHa, OCOBeHHO MOoTpebreHnst XXMpoB. He pekoMeHayeTCst MpeBbillaTb HOPMb
noTpebneHns X1poB, PeKOMeHOyeTCs N0 BO3MOXHOCTU OrPaHNYNTb NOTpebrieHre HacbIlWeHHbIX XXMPoB. PekoMeHayeTcs
VICKJTIOUNTb U3 paLpoHa obcrienyeMoro TpaHCOKMpbl. [1s1 MoBbIlWEHUS YPOBHS xonecTtepuHa JTTBI ob6cnepyemMomy
peKoMeHAyeTCst OrpaHUYUTb MOTPebieHne ymeBodoB (3aMeHVB MX HeHACbILLEHHbIMW XXpaMK B npeaernax
peKoMeHAyeMor HOPMbI), B YaCTHOCTW caxapa U GpykTosbl. O6cneayeMoMy xenaTesibHO ynoTpebnsTb NpoAyKTbl,
6oratble oMera-3 MNMHXXK. CnenyeT y4ecTb, UTO NMPW MOBbILLEHHOW CKITOHHOCTU K Habopy Beca (OCOGEHHO 3a CYET XKMPOB)
He CTOWT 3/10yMNoTPEBNSTb XXMPHOW pblbok, NpeanoyTeHre nydwe otaate NMHXK B popme BAL. Mpu Hanuumm
KITMHUYECKMX MOKa3aHWI (HanpuMep, MoBbileHWe YPoBHS xonecTtepuHa JTTHI B KpoBK) BO3MOXHO HasHaveHue
CTaTUHOB*. PeKOMeHayoTCst OTKa3 OT KyPeHWsi 1 YMepPeHHOCTb B MOTPebieHnn ankorons. Takke pekoMeHOoBaHbl
perynspHas pusmyeckasi akTMBHOCTb M KOHTPOSb Macchl Tena.



YpoBeHb NMNMMNONPOTENHOB
HMU3KOW M/IOTHOCTU

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdusm MeHotTn YacTtoTa PesynbTat IClololTg g
o MNpenpacnonoXeHHOCTb K YBEMYEHNIO CKOPOCTU
CETP rs5882 G/A 42% nepeHoca xonectepuHa na JIMBIM 8 JITTHI\ ® O
APOE I'S429358, rs7412 E3/E3 65% OTcyTCTByeT npenpacriosioXXeHHOCTb K @ @
HakorneHuto JIMNHIN B KpOBEHOCHOM pycrie
FADST rs174547 T/C 43% MpenpacrnonoXeHHOCTb K CHUXXEHMIO CKOPOCTU ® 0
MeTabonmama omera-3 XXUPHbIX KNCNOT
APOAS rs964184 c/C 1% OTCyTCTBYET NpenpacrosioXXeHHOCTb K @O
YBENNYEHNIO YPOBHS TPUMNULLEPUOOB B KPOBU
JlunonpoTteuHbl  Huskor nnotHoctk  (JIMHI) - aTeporeHHble  NMMOMPOTEUHbl,  SBMASIOLMECS  CBOEOOPa3HOM

MPOTUBOMOSIOXKHOCTBIO  JIMMOMNMPOTEMHAM  BbICOKOM  mnoTHocTu  (JTNBIM).  JIMHM  obpasytoTcs  npv  ryoponmse
NINMONPOTENHOB OY€Hb HKM3KOM MnoTHocTM (JTTOHI) depMeHTaMM IMNONPOTEUNHIMMA30M U MEeYEeHOUHOM nnnason. B
Xofe Takoro rpeBpaLLeHnst OTHOCUTENbHOE COAEPKaHWe B YacTuLEe XOnecTepuHa pacTeT, a TPUmULEepuaoB — nagaerT.

DyHkupma JTMHI B opraHnM3Me COCTOUT B MEepPeHOCe He TOsMbKO XONecTepuHa, HO W TpUmuuepuaos, BuTaMuHa E,
KapOTUHOMAOB U OPYruX NUMOPUIbHBIX BMOMONEKYN. B HOpMe XOnecTepuH SIBMSIETCS BaXKHOM COCTaB/stoWwen MeMbpaH
KIETOK, MPeALEeCTBEHHWKOM XeMYHbIX KUCIIOT, FTOPMOHOB (HanpuMep, TeCTOCTepoHa) 1 Ap. OOHaKo MOBbIWEHHbIM YPOBEHb
xonectepuHa JIMHI cBsfi3aH C BbICOKMM PUCKOM Pas3BUTWSI aTepOCKiepo3a W, KaK CnefcTBue, 3aKyrnopKv apTepui,
MHPapKTa MWOKapAda, WMHcynbTa. KpoMe Toro, HapylleHue TpaHCnopTa XOonecTepyHa B MO3F MOXET MpUBECTU K ero
HernpaBUIbHOMY GYHKLIMOHMPOBaHWIO M CMPOBOLIMPOBAaTbL paHHee nosiefieHue 6onesHn ArbLrenMepa.

Mopo6Ho konuyecTBy xonectepuHa JMBIM, yposeHb xonectepuHa JTHI cunbHO AeTEePMUHMPOBaH MEHETUYMECKN: BKITaL
rEHETUKN MOXET COCTaBnsaTb 65% u paxe 6onee. OgHako OGu3MYecKMe Harpysky, CHUDKEHWE Maccbl Tena (mpwu
M3ObITOYHOM BECE) U MPUEM OMera-3 XMPHbIX KUCNOT CMOCOBHbI 3HAYUTENBHO CHU3UTb OaHHbIN GaKTop pucka.

NccnepyeMble reHbl

FADS1

KooupyeT poecaTypasy >»XUPHbIX KUCIOT, KaTalU3MpYoLLYo MonuMopdnsmM B 3TOM reHe CBf3aH C HapylweHWeM
peakumo CUHTEe3a apaxvaoHOBOM KNCOTblI 7] MeTabonuaMa omera-3 M omera-6 MnosMHEHaChILWEHHbIX
3MKO3arNeHTaeHoOBOM KUCMOTbl U3 omera-3 1 omera-6 >XXMPHbIX KMCMOT U, KakK CNeacTBue, C MoBbIlLEeHUEM YPOBHS
npewecTBeHHNKOB. B 6onbluer 1M MeHbLIen CTeneHu JTTHI n pycka pasBuTUS aTepockieposa.

SKCrnpeccmpyeTca BO MHOIMMX TKaHAX, HO MakCMMallibHO - B
Hagno4yeYyHukax, Mo3re, nevyeHu.



APOE

KoovpyeT anonunonpoTtevH E, Bxogswmi B cCocCTaB
XUIOMUKPOHOB WM JIUMOMPOTEUHOB  OYEeHb  HU3KOM
MIOTHOCTU. MakcuManbHas 3KCrpeccusi 3TOro  reHa
HabnopaeTcs B reyeHn, Takxke B rnoykax,
HaOMoOYeuYHMKax, >XUPOBOM TKaHW, Cene3eHKe, Mosre.
Benok yyactByeT B O6MEHe nNWNMOOB B KPOBU U
XonecrtepuvHa B Mo3re. Hanbonee uyacto uccnegyioT 2
nonvmMopduaMa, codeTaHue KOTOpbIX oObycnaenveaeT 3
$opmbl 6enka: E2, E3 (Hopma) n E4. BapuaHT E4 cBsizaH
C TOBbIWEHHbIM YPOBHEM OOLWEro XxonecrepuHa u
xonecrtepuHa JIMHIM 1 pUCKOM pasBUTUSA aTepocKIeposa
N 6onesHn Anburemmepa. BapuwaHT E2 cBsizaH C
rUnepaMnonpoTenHeMmen 3-ro T™MNa,
XapaKTepu3yloLLencsl  MOBbILEHMEM  YPOBHS  ObLiero
XornectepuHa W TpumvuepuooB. PaHee ero Toxe
cymMTann MNpoaTepoCKIEPOTUYECKUM, OOHAKO MocneaHue
VCCNedoBaHUS YKasblBalOT Ha €ro CBsi3b CO CHWDKEHWEM
ypoBHs xonectepuHa JIMHI, Takke 3TOT BapuaHT

CETP

KooupyeT TpaHcriopTep (6enok-nepeHocurk) 3adpupos
XOnecTepuHa, KOTopbIM obecrneynBaeT nepeHoc 3PpupoB
xonecrtepuHa 13 JINBIM B Apyrve fvMnonpoTenHbl, TakuM
obpasoM yBenuuvBas yposeHb JIMHIM.  MakcuManbHo
3KCMpeccupyeTcsl B Cefle3eHKe, KMPOBOM  TKaHW,
nuMdpaTnyYecknx ysnax, mMnaueHte, neyenn. OouvH w3
NMOMMOP®HbBIX BapUaHTOB MeHa MPUBOAUT K CHVDKEHWMIO
aKTMBHOCTM 6enka, 4TO CrocOOCTBYET  YNyYLIEHUIO
JMNUOHOrO CriekTpa KpOBUM M CBA3AHO C MOBbILEHWEM
ypoBHSA xornecTtepuHa JIMBI npy  CHUXeHUM ypoBHS
xonectepuHa JTTHI.

APOAS5

KoaovpyeT anonMnonpoTeuH 5, MUHOPHBbIN
anonuMnonpoTenH Mna3mbl KPOBW. B MnasMe B OCHOBHOM
aCCOLMMPOBaH C YPOBHEM TPUITIMLIEPUOOB U B MEHbLLEN

3HaUUTENIbHO  CHWXaeT pUCK  pasBUTUS  6OonesHu cTeneHun - ¢ nunonpoTterHamu Huskon (JTIHM) 1 oueHb

Anburenmepa. Huskor (JTMOHTIT) nnoTHocTW. UrpaeT BaxHylO ponb B
onpefeneHnn KOHLEeHTpauun TPUIMMLEPUOOB B KPOBU,
TaK Kak ABnsieTcA CTUMY/ISTOPOM nunonusa
TPUMULIEPVOOB oL LeWCTBMEM  NIUMOMNPOTENHINMAE3bI.
OnHako NonmMMopdHble 3aMeHbl B 3TOM reHe MOoryT ObiTb
CBSi3aHbl B TOM 4KC/@ C  TMOBbIWEHHbIM  YPOBHEM
xornecrepvHa JINHMN 2 pUCKOM pa3BuTUA
aTepoCKNepOTUYECKNX UBMEHEHWIM COCYOOB.

3akoveHme

leHeTUYecKu aHanms3 BB y 0bcriefyeMoro nNpeapacrnofioXeHHOCTb K CHVKEHHOMY YPOBHIO xonectepuHa JTTHIM B

KPOBMU.

O6cnegoBaHUS

ObcnenyeMoMy He CTOUT NpeHebperatb NpodUIaKTUYEeCKMMN 06CnefoBaHNSMU (XOTS Obl 1 pa3 B rof), TakMMU Kak
KOHTPOJIb JIMMMOHOIrO CriekTpa KpoBW (B MepByro odepenb o6l xonectepuH, xonectepuH JINHM, JINBM)*. Mpu
HEeOOXOAMMOCTU MOMyT ObiTb Ha3Ha4YeHbI apyrve cneumdunyeckme obcrenoBaHUs MO Ha3HaYeHWo crieumanmncTa. BaxHocTb
06crnenoBaHMIA BO3PacTaeT Mo AOCTUXEHUWN MPEKITOHHONO BO3PacTa, OCOBEHHO A1 MY>XXUMH.

PekoMeHgaLmm no npodunakTmke

HecMoTpsi Ha CHWXKEHHbIN PUCK PasBUTUS aTepPOCKIepo3a, obcrefyeMOMy HE CTOUT MPEBbILLATb PEKOMEHOYEMYIO HOPMY
noTpebneHns xonecrepuHa. Takke He CTOUT 3HaYMUTENIbHO MPEeBbILLAaTb HOPMbI MOTPEGNEHNS XXMPOB, XXenaTeslbHO Mo
BO3MOXHOCTU OrPaHNUUTb MOTPEBEHME HAChILLEHHbIX XMPOB. Takke peKoMeHAyeTCs He 3/10yrnoTpebnsTb TPaHOKMPaMU.
BnaronpusiteH gononHUTeNbHbIM Npyem oMera-3 MHXXK, ocobeHHO npu nx HeaoCTaTKe B paumoHe. [ns nogaepxaHus
300pOBOro ypoBHs xonectepuHa JTMHI 6naronpusTHO yrnoTpebneHne B MLy NpOAyKTOB, coaepXXallmx GUTocTeporbl
(KYHXYT, COSl, MOOCOSTHEYHbIE N TbIKBEHHbIE CEMEYUKU, MUHOASb, MPELIKME Opexu, aBoKafo, bproccenbekas kamnycTa).Takke
noaaepXaHuio 300poBoro yposHs JTTTHI cnocobeTyto perynspHas duanyeckast akTMBHOCTb U KOHTPOSIb MacChl Tena.



1:5 MnepTpurnMuepunaemMms

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH MNonumopdusm MeHotTn YacTtoTa PesynbtaTt b dekT

APOAS rs964184 C/C 71% OTCYTCTByeT npenpacrosioXXeHHOCTb K @ @

YBENMYEHUIO YPOBHS TPUMMLLEPUAOB B KPOBU

APOE rs429358, rs7412 E3/E3 65% OTCYTCTBYET MPEAPACTONOXEHHOCTb K ® 0

HakorneHuto JIMNHIN B KpOBEHOCHOM pycrie

npeﬂpaCI'IOJ'IO)KeHHOCTb K CHUXXEHNIO CKOPOCTU

FADS1 rs174547 T/C 43% o6MeHa XMPHbIX KUCIOT, yMepeHHasi ® O
MPpEeApacrnoNnioXeHHOCTb K YBEIMUYEHMIO YPOBHS

Tpurnuepmnnos

Tpumuvuepuapl - HEUTpanbHble XUPbl B KPOBW, CIIOXHbIE 3PUPbl TPEXAaTOMHOIMO CrVPTa MULEPUHA N XKUPHBIX KUCIOT.
OHM ABNSKOTCA OCHOBHBIM KOMIMOHEHTOM >KMPOBOM TKaHW M Y4acTBYIOT B GOPMUPOBaHMUM KIETOUYHbIX MEMBpaH, OfHaKo
UaCTb M3 HWX HaxoOMTCA B KPOBW, ObBecreymBasl MbilLbl SHeprien. Mo3ToMy KOMMYECTBO TPUULIEPUOOB B KPOBU B
3HAYUTESIbHON MEepe 3aBUCUT OT OCOBEHHOCTEN pauMoHa U OU3NYECKOW aKTUBHOCTU OBC/IeQyeMOro U CYLECTBEHHO
KonebneTtcs B TeyeHne OHs.

Mneptpymuuepyaemmns (E78.1 - uducras) (yposeHb T 2 1,7 MMONb/N) WMMeETCs MPUMEPHO Y TPeTU POCCUMCKOro
HaceneHus (29,2%). MNMpy 3TOM uMCIO OBCIeQyeMblX C OYeHb BbICOKOM (ypoBeHb TIT 2 5,6 MMOnb/n) wnu TsHKenow
(ypoeseHb TI" 2 10,0 mMmonb/n) I'T BecbMa HeBenuko (0,11% un 0,011%, COOTBETCTBEHHO). B TO Xe BpeMs cMeluaHHasi
rmnepTpumuuepuagemMms ¢ ypoeHsmMm TIT 2 1,7 MMonb/n, obuwero xonecrepuHa 2 5,2 mmonb/n v JIMHM 2 3,4 Mmonb/n
BCTpeYarnacb OOBOSIbHO YacTo - 19% cnyudaeB. PUCK pasBuTUS rMnepTpUmMLEPUOEMUA BbiLE Y MYXKUUH, YEM Y XXEHLLMH,
M MOBbILAETCHA C BO3PacTOM. [MnepTpumuLepnaeMms senseTcs GakToOpoM prcka UM COMyTCTBYIOWMM GakTOPOM MHOIMMX
3aboneBaHNN, TakUX KaK OXMPEHUe, cepae4vHO-CocyaMcTble 3aboneBaHus, caxapHbi OmabeT 2-ro Tuna, a Takxke
ONCHYHKLMM MOYEK, 3NM0ynoTpebneHnst ankoronem.

Mopsinka 50% MeXuHOMBMAYarbHOM BapnabenbHOCTY YPOBHS TPUMULIEPUAOB O6YCOBMEHbI reHeTUYeCcKU, Npy 3ToM 21%
BapuabesibHOCTM CrydaeB TPUMMLIEPUOEMUM OOBSICHSIIOT YacTO BCTpeYatoLLpecs Bapmaumm B 7 OCHOBHbIX JTOKYCaX.

NccnenyeMble reHbl

APOAS5

KogmpyeTt anonmMnonpoTenH 5 - MWUHOPHbIN KpoBM, Tak Kak sBnseTcs CTumynstopoMm  anoC-li-
anonuMnonpoTenH MiasMbl KpoeW. B nnasme B OCHOBHOM aKTVBMPYEMOro nmnonmsa TpPUmMULEePVOoB nog,
accoLMMpPOBaH C YPOBHEM TPUMMLIEPUAOB U B MEHbLLEN OeVCTBMEM  NUMOMPOTEMHNMM&sbl W VHMMBUTOPOM
CTeMNeHN - C NNMOMPOTEMHAMU HU3KON U OYE€Hb HU3KOM CUHTE3a TPpUMMUEPMOOB B MeveHn. [lonmMopdHbie
MIOTHOCTU. UrpaeT BaxHylO posb B onpeaeneHun 3aMeHbl B 3TOM [eHe CBf3aHbl C PWUCKOM pasBUTUA

KOHLUEeHTpauun Tpmmuuepmroos B rmnepTpumuuepuoeMmn.



APOE

KogupyeT anonunonpotevH E, Bxopgswui B cocTaB
XUTOMUKPOHOB W JIMMOMPOTEMHOB  O4Y€Hb  HU3KOW
MAOTHOCTW. MaKCKMarnbHas 3KCrpeccus 3TOro  reHa
HabnopaeTcs B reyeHn, Takxke B rnoykax,
HaOMoOYeYHMKax, >XUPOBOM TKaHW, CereseHKe, Mosre.
Benok yvactByeT B OOMeHe /MNWOOB B KPOBU U
xornecrepuHa B Mosre. Hanbonee uacto wmccrnepytoT 2
nonvmMopduaMa, codeTaHMe KOTOpbIX oObycnaenveaeT 3
dopmbl 6enka: E2, E3 (Hopma) 1 E4. BapuaHTtbl E2 1 E4
accoLMMpoBaHbl B TOM YUCTIE C MOBbILLEHVEM YPOBHS
TPUMULIEPUOOB B KPOBU.

FADS1

KooupyeT pecatypasy XUPHbIX KUCNOT, KaTarmM3mpyoLLyto
peakuuio CMHTE3a  apaxMOOHOBOM KUCNOThI 7
3MKO3arneHTaeHoBON KMUCIOTbl M3 oMera-3 U OMera-6
npenwecTBeHHNKOB. B 60rblie MM MeHbluen cTeneHmu
3KCMPECCUPYETCH BO MHOIMMX TKaHSAX, HO MakKCMMaribHO — B
HagrnoYeuHukax, Moare, nedyeHu. MonuMopdmsm B 3TOM

reHe cBsA3aH c HapyLeHWeM MeTabonmama
MOSMMHEHACHIWEHHbIX  XUPHbIX  KUCIOT  (oMera-3 1
oMera-6), a TakKe C  TOBblUEHVMEM  YPOBHS

TpUmuuepmnoos B KPOBU.

3aknueHue

Y o6cne,u.yeMoro He BbigBNeHO reHeTU4YeCKMX PUCKOB HapyLlleHUA TPpaHCNopTa TpUmuuepuaoB U pa3BnTUA

rUNepTPUMMLEPULEMUM.

ObcnegoBaHUS

O6cne,u,yeMOMy He CTouT npeHe6peraTb nepmognyecKkMmn I'IpOd)W'IaKTM‘-IECKVIMVI obcnenoBaHUAMM NAMUAHOMO CneKTpa
KpOBW, B NepBYIO o4yepenb YpOBHA TPUMULUEPMOOB, a TakXe XonecrepuHa. AKTyaJ'IbHOCTb MCCnenoBaHMA MOXET 6blITb
noBbilWeHa Npu Hannynm OornoHUTEe IbHbIX CbaKTOpOB PUCKa, a TakKxke No OOCTVXXEHUN MPEeKTOHHOro Bo3pacTta.

PekoMeHaaLmm rno npodunakTmke

B maHHOM criydae y o6crenyeMoro He BbisiBfieHa CyLLeCTBEHHasi HeObXoaMMOCTb B MOAMdUKaLIMM paLMoHa Npur
OTCYTCTBUMM OpYrnX GakTOPOB pUcCKa HapyLLUeHWst UnuaHoro obMeHa. OnHako B Nlo6oM criydae obcriefyeMoMy He CTOUT
3HaYMTEbHO MPEBbILAaTh PEKOMEHOOBAHHYIO CYyTOUYHYHO HOPMY MOTPEOeHns YIMeBoaoB, N B OCO6EHHOCTU GpykTO3bl. Mo
MOKa3aHMsIM BO3MOXEH A0MONHUTENbHbIM MpueM omera-3 MHXXK. He cnepyeT 3abbiBaTh O perynsipHomn ¢uUanyeckom

AKTUBHOCTU N KOHTPOJS1e MacCcChbl Tesa.



OPDPEKTUBHOCTD
HU3KOXNPOBOW OMNETDI

Pe3yn bTaT reHeTU4YeCKOIro aHasin3da
leH Monumopdpusm MeHotTn YacTtoTa PesynbTaTt b dekT

FABP2 rs1799883 G/A 42% I'Ipe,u,pacnonoerHOCTb K yBEe/IMYEHNIO CKOPOCTU @ @

TPaHCNoOpPTa HaCbIWEHHbIX XXUPHbIX KNCOT

PPARG rs1805192 C/G 27% npeiESCHOJ'IO)KeHHOCTb K MPOMEeXYyTO4YHOU @ @
POCTUN POCTa XNPOBbIX KITIETOK

CD36 rs1761667 AJA 32% MpenpacnonoXeHHOCTb K HN3KOWM BKYCOBOW ® @

YyBCTBUTENIbHOCTU K XNPaM

APOE rs429358. rs7412 E3/E3 65% OTCyTCTBYET MPeapacnosioXXeHHOCTb K o0
’ Hakorneruto JIMNHIN B KpOBEHOCHOM pycrie

CBO60,D,HbIe BbICLLME XWPHbIE KWUCNIOTbl B CNU3NCTOM OBONOYKE KULIEYHMKA YaCTUYHO MCNONb3yTCA ON194 peCUHTEe3a
cneumpUUHbIX o1 OaHHOMO OpraHM3Ma >KMPOB, YaCTUYHO MOCTYMNAT B KPOBb M MOMYT OTKaOblBaTbCA B XMPOBbLIX OEMNO
opraHuama. Mpu HEeOBXOAMMOCTU XMpbl MOL OEUCTBUEM TKaAHEBbIX NIMMA3 PaclennsioTCa Ha MUMLEPUH U XKUPHbIE
KUCNOTbI, MpW  [danbHEMIWIEM  OKUCIIEHWMW  KOTOPbIX ObpasyeTcs 60Mblloe  KOMYECTBO 3HepruM B BuAe
apeHosuHTpudpochata (ATD) M YaCTUUHO pacCeEMBAETCH B BUOE Tersa.

OKkuCneHve muuepuHa HaumHaeTcs ¢ ero $ochopunmpoBaHUsS OO0 MULEPUHOPOCHOPHON KUCNOTbI, 3aTeM uyepes
pochoamokcmaLeToH Ao dochOommLEPHNHOBOrO anbaernda, AasbHewwre npeBpalleHnss KOTOporo uayT Mo cxeMe
MMKONM3a. Bbicluve XupHble KUCnoTbl (C KonnyectBoM atoMoB C 6orble 6) B BUOE COeaMHEHUA C KOodepMeHTOM A
pearvpyloT C KapHUTUHOM, 0bpasysi ero NMpom3BOAHble, CMOCOBHbIE MPOHWKAaTb Yepe3 MeMOpaHy MUTOXOHAPWA. BHyTpw
MUTOXOHAPWIA XXMPHbIE KMCNOTbI NMOABEPraloTCs MOCcrefoBaTeIbHOMY OKUCTIEHWMIO C 0Bpas3oBaHMEM aLeTu1-kopepMeHTa
A, KOTOpbIM MUCMOSb3YeTCs B LMKIE TPUKAPOOHOBBIX KUCMOT MM B peakumsax BUocrHTesa.

SPDEKTUBHOCTD HU3KOXMPOBOW [OMETbl CBF3aHa B MEPBYID o4vepedb C reHeTUYecKM OBYCIIOBMEHHOM CKOPOCTbIO
TpaHcropTa 1 pacraga XWpoB B OpraHM3Me.

CnepnyeT MOMHUTb, YTO Nto6as aMeTa O/t CHUKEHNA Beca OOMKHa BbiTb MMMOKasIopUMHOM M codeTaTbes C GU3NYECKUMU
Harpyskamu.



NccnepyeMble reHol

FABP2

KooupyeT nepeHOCUMK XMPHbIX KUCNOT 2-ro Tuna. benok
CBA3bIBAET KMPHbIE KUCIOTbl B TOHKOM  KULLEYHMUKE,
CnocobCeTByeT H6onee akTMBHOMY WX YCBOEHUIO, ObnagaeT
BbICOKMM CpoOCTBOM K HaCbILWEHHbIM XUpam,
obecrneymBaeT 3axBaT, BHYTPUKIETOYHbIA TPaHCMOPT W
MeTabonMaM  [AIMHHOLIENMOYEYHbIX  XXMPHbIX  KUCTIOT.
SKcnpeccupyeTcs B KuweyHuke. MonnmMopdmsM B 3TOM
reHe CB§I3aH C YCKOPEHHbIM TPAHCMOPTOM  HaCbILEHHbIX
XUPHbIX  KUCIOT W yBenudyeHneM  3bdEeKTUBHOCTU
HW3KOXWPOBOW OMeETbI.

CD36

KooypyeT peuenTop K >XXMPHOMY, KOTOpbIA sIBRsSeTCs
MHTEerpasibHbiM MeMBpaHHbIM GeflkoM, OTBeYaloWwMM 3a
MeTabonmam XUPOB (cBsi3biBaeT OKMCNEHHbIE
NNMONPOTENHBI  HU3KOM MNIOTHOCTH,  dochonunuabl U
XUPHbIE KUC/OTbI), Pacro3HaBaHME >XMPOB B MNWLLE Ha
BKYC, YCBOEHME XMWMPOB B KUWEYHUKE. MaKCMMarbHO
IKCMPEeccUpyeTc B KMPOBOM TKaHM, a Takke B
HebOobLIOM KOMYeCTBe B cepfLe, ceneseHke, rnialeHTe
U OPYrUX TUMax KIeTOK, BKOYasi MOBEPXHOCTb 3MUTENNS
BKYCOBbIX COCOYKOB. [lonuMopduaMbl B 3TOM reHe
CBSI3aHbl CO BKYCOBbIM BOCTPUSTUEM TEKCTYPbl >XXUPHOM
MWK U U3BLITOYHBIM MOTPEBNEHNEM XMPOB, @ TakKe C
OPYrMU  HapyLIEHUSMM  NIMAMAHOMO  MeTabonmMaMa U
BC/I€ACTBME 3TOIMO — C BaXKHOCTbIO CHIKEHUS KONMYECTBa
XWMPOB B paLMoOHe.

PPARG

KooupyeT ramMa-peLenTop nponudepaumm rnepokCUcoM,
KOTOpbI B OCHOBHOM MPOAYLMPYETCS B XXMPOBOM TKaHW, B
HebOoMblION CTeMeHn - B KUWEYHUKE, Xesyoke,
rnnaueHTe, MoO4YeBOM My3blpe, snerkux. OCHOBHOM
dyHKUMer 3Toro 6enka SABNAETCA aKTMBALMS TEeHOB,
CBSI3aHHbIX C aKKyMy/isiLMen Xupa, auddepeHUmMpoBKOM
KNEeTOK >XXMPOBOM TKaHW U MMOBacTOB. MrpaeT BaxHYO
ponb B  YYBCTBUTENBHOCTM  PasfIMYHbIX TKaHeW K
WMHCYNMHY. lMonuMmopdHas 3aMeHa B 3TOM  reHe
GnaronpusTHa M CBA3aHa C 6ofiee HU3KOM CKOPOCTLIO
pOCTa XXMPOBOW TKaHW.

APOE

KogupyeT anonunonpotevH E, Bxopgswui B cocTaB
XWTOMUKPOHOB M JIMMOMPOTEMHOB  O4Y€Hb  HW3KOW
MNOTHOCTU. MakcyManbHas 3KCrpeccus 3TOoro  reHa
HabnopaeTcs B rneyeHu, TaKxe B rnoukax,
HagmnoYeuHMKax, >XWMPOBOM TKaHMW, Cenes3eHke, Mosre.
Benok yuactByeT B OOMeHe nMNMOOB B KPOBM U
xornecrepuHa B Mosre. Havbonee uacto wmccrnemyloT 2
nonMMop$uama, coveTaHue KOTOpbix obycnasnusaeT 3
dopmbl benka: E2, E3 (Hopma) n E4. lMonumopdHble
BapvaHTbl (E2 u E4) cBA3aHbl ¢ HapyLIEeHWSMU TUMUEHOTO
obMeHa, B TOM 4uMC/le C  MOBbIUEHVEM  YPOBHS
TPUTILIEPUAOB B KpOBM Z HeOb6XOAMMOCTbIO
OVEeTNYECKOM KOPPEeKLMM paLmoHa MO  KOMMYeCTBy W
Ka4yecTBy >XMPOB, OCOBEHHO 3TO BaXHO MPU HaUYMM
annens E4.

3akJioueHue

leHeTMYecKU aHanmM3 rnokasars, YTo aPdEKTUBHOCTb HU3KOXMPOBOM OMETbI A1 06C/IeQyeMOoro MOXeT ObiTb cpeHeN.

ObcnegoBaHUS

HeobxoamMo MOMHUTD, UTO Oaxe ecnu obcreayeMbii He NPUOEPXXMBAETCA HU3KOXMPOBOW OMETbl M UIMEEeT HOPMaribHbIM
BEC Ha TEKYLLUMIA MOMEHT, eMY HE PEKOMEHAYETCS MPEBbILATb CYTOUHYIO HOPMY XMPOB B paLyoHe. MNMpu Heo6XxoOMMOCTM
BO3MOXHO MPOBOAUTb MEpPUOaNYECKME aHaIM3bl IMMMOHONO CNeKTpa KPOBU (IMNMOorpaMMa: YpoBEHb TPUMULIEPUOOB,
o6 xonectepuH, xonectepuH JINHM v JTMBIM) ons MOHWUTOPUWHIA TEKYLLErO COCTOSIHUS obcnenyemMoro*.



PekoMeHOaLmMM Mo npopuiakTmke

[nsi CHUXeHWs Beca ob6crnenyeMoMy BOSMOXHO HasHauYeHMe HU3KOXMPOBOWM AMETbI (KOraa KONMMYECTBO NOTPebisieMblix
XMPOB, B NEPBYIO o4epeb HACbILEHHDBIX, MEHbLIE CpeaHer peKoMeHOyeMOoM CyTOYHOM HOPMbl). OoHaKO TakKe MOXHO
paccMOTpeTb BapUaHTbl HU3KOYITIEBOAHOM U BbICOKOGETKOBOM AMET. BaXHO MOMHUTL, YTO ftobast ameTa apdekTrBHa
TOsbKO B COMETaHUN C U3NYECKON aKTUBHOCTbIO. BO3MOXHO BK/TIIOUEHME B PaLMOH MULLEBbIX BOMTOKOH (KNeT4yaTku) npm
OTCYTCTBUM MrEHETUYECKUX PaKTOPOB, CHMXKAOWMX X 3PPEKTUBHOCTb. LOMyCTUMO Ha3HauYeHWe feYallmM CreLmanycToM
npernapaToB, NPenSTCTBYOWMX BCACbIBAHWIO XMPOB B KULWEYHMKE, GUOPATOB, HUKOTUHOBOM KUCIOTbI*.



[TonMHeHacbIWweHHble
>XUPHbI€ KUCNOTDI

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopdunsm TleHoTMn YacToTa PesynbTtaT AdPekT

npeﬂpaCI'IOJ'IO)KeHHOCTb K CHMXXEHUNIO CKOPOCTUN

FADS1 rs174547 T/C 43% MeTabosnM3Ma oMera-3 1 oMera-6 XMPHbIX KUCTOT U ® 0
BO3MOXHOMY YBE/TMYEHNIO COOTHOLWEHWS oMera-6/

oMera-3

MNonuHeHacbiweHHble XupHble kncnoTbl (MHXXK), B nepsyto odvepenp oMera-3, BAUSIOT Ha 3/1aCTUMHOCTb KIETOYHbIX
MeM6paH, MpOLeCcChl pereHepaumi U YCBOEHUSI OPraHM3MOM KasibLMs, a Takke Ha MuTaHue KNeTokK Mosra. HassaHus
«oMera-3» 1 «oMera-6» 03HauYaloT OBOMHYIO XMMWYECKYIO CBSi3b COOTBETCTBEHHO Y TPETHErO U LIECTOro aToMa yrrepoda
OT MEeTUIOBOIO KOHLA XMPHOM KMCnoTbl. OMera-3 1 oMera-6 MNHXK aBnsioTcs He3aMeHMbIMU 47151 YenoBeKa M OOMKHbI
MoCTyrnaTb C NuLien*. B opraHMsMe OHW MpeBpaLlatoTCs B Apyrve XUpHbIe KUCNOTbl ¢ 6onee OJIMHHOM LIENOYKOMN NyTem
3MIOHraUMM YImepOaHOM LIeMn XXMPHbIX KUCNOT M BCTABKOW OBOWHbIX CBA3EM (T.e. mecarypauuel). Tak, omera-3 anbda-
JIMHOMEHOBasI KWCNOTa MPeBPaLlaeTCs B 3MKO3arNeHTaeHOBYO, KOTOpasi, B CBOKO oOvepedb - B [OKO3arekCaeHOBYHO;
oMera-6 SIMHoNeBas KNCIIoTa KOHBEPTUPYETCS CHadarna B apaxmaoHOBYHO, KOTOpasi 3aTeM - B JOKO3areHTaeHOoBY!HO.

TakmM 06pa3oM, KIOYEBbIM W NIUMUTUPYIOWMM  GaKTOPOM AN YCBOeHWss W MeTabonmama [MHXK  aBnsieTcs
PyHKLMOHMpPOBaHWE PEepMEHTOB AecaTypas U anoHrasbl. M3 MHXK cuHTesupytoTcs npocTarmaHamHbl U NeNKOTPUEHDI —
rOpMOHOMOOO6HbIE BELLECTBa, KOHTponvpytowme BocraneHve. MNpuem omera-3 MHXK cHuxaeT ypoeHb JTHI B kposw,
UTO CHWKaET pUCK GOPMUPOBaHUSA OMisilLeK Ha CTEHKaxX COCYAOB U YMEHbLUaeT BEpPOSITHOCTb PasBUTUS aTepOCK/1epOo3a,
MHbapKTa MWOKapda, WWEeMWYEeCcKOro UHCynsta U 6onesHu AnburenMepa. Omera-6 MHXK He MeHee BaxHbl Ans
obecreyeHns HopManbHOW paboTbl MO3ra U cepaua, X yrnoTpebneHne B yMEPEHHOM KOJIMYECTBE TakXe MOone3Ho nsis
NPodUNaKTUKM YKa3aHHbIX Bbille 3aboneBaHum*.

OnHako U3 oMera-6 CUHTE3MPYIOTCH CUMbHENLIME BOCManuMTesibHble MpOCTaiaHAVHbI, B TO BPeMsl Kak M3 oMera-3 -
NpOTMBOBOCMANUTE bHbIE. [TO3TOMY O4YeHb BaXHbIM MOKa3aTeNeM SIBNSETCS COOTHOLWeEeHue Mexay omera-6 v omera-3
(MHOekc oMera-6/omMera-3). OnTUManbHO 3HadveHue mHoekca 5-10/1. 3bbiTok oMera-6 no cpaBHEHUIO C oMera-3 MOXeT
YCUNUTb BOCTaNUTENbHbIE MPOLECChl, @ TakXKe CHU3UTb MNPOPUIaKTUYECKYIO W TepaneBTUYeckylo 3P EeKTUBHOCTb
oMera-3. Kpome Toro, oMera-6 MoryT crnocobcTBoBaTb HAbopy Beca 3a CYHET XMPOBOM TKaHU. [M03TOMY KOHTPO/b MHAEKCA
oMera-6/oMera-3 BaXeH Mpu npuemMe OUONorMYeckn aKTUBHbIX O06aBOK, a Takke MpU FEeHEeTUYECKMX HapyLeHUsX
npeBpaLLeHNs MONTUMHEHACHILLEHHDBIX XXMPHbIX KACNIOT.

NccnenyeMble reHbl

FADS1

KopoupyeT pecaTypasy XUPHbIX KUCIOT, KaTasU3MpYOLLYO 3KCrpeccrpyeTcs BO MHOMMX TKaHSAX, HO MakKCHMMaslbHO —
peaKu,wo CNHTE3a aanM,D,OHOBOl)'I KWNCOTbI n B Hagrnouve4vyHnkKax, Mo3re, neyeHum. |_|OJ'IMMOp¢VI3M B 3TOM
3VIKO3aI'IeHTaeHOBOVI KUCNOTbl M3 oMera-3 m oMera-6 reHe CBdA3aH C HapymeHmeM MeTa60)'IVI3Ma oMera-3 m
npeanwecrseHHMKOB. B 60ﬂbLIJeVI Z0a1% MeHbLIJeVI creneHum oMmera-6 NOTMHEHACbIWEHHbIX XXUPHbIX KNCOT.
3akJiroveHmne

leHeTUYecKU aHanmMsa rnokasar, YTo y 06C/ieayeMoro BbisiBlieHa NMpenpacrionoXeHHOCTb K CpeaHen CKopocTU
MeTabonuama omera-3 1 omMera-6.



ObcnegoBaHUS

PekoMeHpyeTcsa NpoBepsTb MHOEKC oMera-6/omera-3 y obcnenyemoro. Takke BO3MOXHbl Apyrie npodunakrTuyeckme
obcnenoBaHusa nunvaorpamMmma (ypoBeHb Tpummuepuraos, JITTHI, JTTBIM, 06wy xonectepmH Kposw).

PekoMeHgaumm rno npodunakTrke

ObcnenyeMoMy peKOMeHOyeTCs YBE/IMYUTb B PaLyIOHE KONMMYECTBO MPOAYyKTOB, 6oraTbiXx oMera-3, npy HeObXoaMMOCTU
BO3MOXEH AOMOMHUTENbHbIN MPUeM BUONOrMYeckn akTUBHbIX 406aBOK, coaepxawmx omera-3 MHXXK*. PekoMeHooBaHHOE
K NoTpebnerHuto konmyecTso omera-3 - 1,5-2 r B cyTk1, oMera-6 HeobxoaMMo HasHauaTb B COOTBETCTBUM C
pesynsraTtaMmn KITIMHUYECKUX MCCnefoBaHnii U CUMMTOMAaTUKOM (eCnn eCcTb)*.



[TMLeBble HENEPEHOCUMOCTH

MweBass HENepeHOCHMMOCTb - OCTpas HeraTvBHas peakuus OpraHMaMa Ha
onpeneneHHble NPOaYKTbl U KOMMOHEHTbI MULLM, CBA3aHHas C HapyLUeHWeM npoLecca
MX YCBOEHMS.

MNpvBEPEA/IMBOCTb B €€ He BCerga 3aBUCUT OT CaMuX MpPOOYKTOB MUTaHWS WK
M36a10BaHHOCTW. MHorme noan NCMbITbIBAlOT MNOCTOAHHbIE I'IpO6}'IeMbI C
MULLEBAPEHMEM U3-3a MFEHETUYECKOW HEMEPEHOCKMOCTM HEKOTOPbIX MpoaykToB. B [HK-
TecTe WCCNeaytoTCs eHbl, OTBevalowme 3a OTAENIbHble XMMUYECKMe MnpoLuecchbl B
OpraHmM3me, KOToOpble CBSA3aHbl C MCMOIb30BaHWEM, HAKOMIEHMEM WM pacluernsieHneEM
TEX U VHbIX BELLECTB.

3HaHVe VHOVBUOYarbHbIX MEHETUYECKMX OCOOGEHHOCTEN MO3BOJNSIET OMPEedennTb, Kak
Ball OpraHM3M pearvpyeT Ha HekoTOopble MpOoOyKTbl. B 4YacTHOCTW, paccMaTpuBalOTCS
Hanbonee pacrpoCTpaHeHHbIe MPO6eMbl — peakLmsi OpraHM3Ma Ha NakTo3Y U [TIHOTEH.
MyweBble HEMEPEHOCUMOCTN 6e3 CBOEBPEMEHHOIO NeYeHUss U NPOGUNAKTUKA MOTyT
NMPOBOLMPOBAaTb pPasBUTUE CEpbe3HbIX 3a00NEeBaHUM, CpPeay KOTOPbIX - HapylueHUs
paboTbl MULLEBAPUTENBHOIO TPakTa, OepMaTosiorMyeckme 3abosieBaHWs, HepBHble
pacCTpPOMCTBa, MPOGIEMbI C BECOM.
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@ J1lakTa3Hag HegoCTaTOYHOCTb

Pe3yn bTaT reHeTnu4eCkKoro aHasim3a

leH Monumopdusm leHotun YactoTa PesynbtaT b dekT
MCM6 I'Ipe,u,pacnonoerHOCTb K He3Ha4YnTeIbHOMY
(LCT) rs4988235 c/T 46% CHUXEHMIO YPOBHS 3KCMPECCUM flakTasbl C 6 ®

BO3pacToM

PacliennieHe MOMOYHOro caxapa (/1akTo3bl) CBA3AHO C aKTMBHOCTbIO (epMeHTa JiakTasbl. BpoXOeHHOe CHWXeHWe
aKTVBHOCTW J1aKTasbl — BPOXAEHHasl MMMonakTasus - SBISeTCS PedKoM MNaTosiorvMen UM HacnedyeTcs Mo ayTOCOMHO-
peLeccMBHOMY MexaHu3My. B HopMe B MniafeHYecTBe KOHLIEHTpaLMs 3TOro GepMeHTa HaxoomTcs Ha BbICOKOM YPOBHE, C
BO3PAacTOM OHa MOXET MOCTEMNMEHHO CHMUXAaTbCS, HO Y YaCTM HaceseHUst OCTaeTCs MOCTOAHHO BbICOKOM.

CoxpaHeHve ¢YHKUMM NaKTasbl CBA3aHO C MOMMOPPU3MOM B PeErynsiTOpHOM y4vacTke reHa pdaHHoro depmeHTa. [pu
NaKTasHOM HegoCTaTOYHOCTU (MM HenepeHoCUMOCTU NakTosbl, E73 no MKB-10) naktosa He pacluensiseTcs B TOHKOM
KULLEYHWKe 1 nornagaeT B TOMCTbIN, rae nog, AeUCTBUEM MUKPOBMOTBI pasfnaraeTcsi C 06pasoBaHMEM MOSTOYHOW KUCIOTbI U
rasoB, UTO MpPUBOOUT K MNpobrieMaM C MULEBapeHUEM SIMBO K PasMHOXEHUIO MaTOreHHON MUKPOGIopbl U PasBUTUIO
BOCMa/IUTE/IbHbIX MPOLIeCCOB.

KonnyectBo HaceneHusi C NakTasHOM HeOOCTaTOYHOCTbIO pasfiMvaeTcs B 3aBUCKMMOCTM OT pervoHa W monynsiumu:
Ueeums, OaHua - 3%, GuHnaHovs, Lesenuapus - 16%, AHmva - 20-30%, @paHumsa - 42%, cTpaHbl FOro-BocTto4vHom
A3, appoamepmkaHubl CLLA - 80-100%, eBponelickas YacTb Poccun - 16-18%.

Ncecnepyemble reHol

MCM®6 (LCT)

leH LCT kogupyeT dbepMeHT fakTasy U aKCrnpeccmpyeTcs
B KuWeYHuKe. Viccnenyembii NonMMop®mn3M pacrionoXeH
He HenocpencteBeHHo B reHe LCT, a B reHe MCMG,
KOOAMPYIOWEM  penyinkaTuBHbIM - dakTop rpyrrbl  MCM,
HEeoOXoauMbIN oS CTaduM  MHULMALMA  pensivKaumm
reHoma. B MHTPOHHbIX obnacTax reHa MCM6 mmeeTtcs 2
pPerynsTopHbIX (3HXaHCEPHbIX) parioHa ans reHa LCT.

B HOpMe aKTMBHOCTb JlakTasbl C BO3pPacTOM YyracaeT,
OOHaKo NoMMopdU3mM MCM6(LCT) cBsA3aH c
COXpPaHEHMEM ee aKTMBHOCTU WM CMOCOOHOCTU yCBaMBaTb
MOIOKO. YacToTa MonmMMopdHOro annens B eBpOremnckom
nonynaumn - 50,8% (no paHHbIM  npoekTa «1000
reHOMOB»).

3akJiroyeHmne

[eHeTUYecKUIn aHanms rnokasarl, YTto \ o6cne.u.yeMoro HenepeHOCNMOCTb JTaKTO3bl MOXET pa3BMBaTbCA BO B3pPOC/IOM
BO3pacTe B CilyYvae OjiMTeNIbHOro OTkasa oT yno*rpe6neHV|;| MOOKa.



ObcnegoBaHUS

CYMNTOMbI HEMEPEHOCMMOCTU MOMYT TakXe CBMAETE/IbCTBOBaTb 06 a/lneprmyeckon peakumm Ha MOMOYHbIM 6enokK.
[NoaToMy B Crlyvae BO3HUMKHOBEHUS TakvX CUMIMTOMOB PEKOMEHAYETCS [OMOMHUTEbHO NMPOBECTU 06CeaoBaHMe Ha
anneprmyeckme MMMyHOIToBynuHbI (SIgE F2 kK 6enkam KopoBbero Mosoka). B cnyyae mpobnem ¢ nueBapeHneM B
OTCYTCTBME MOTPEBEHNSI MONTOUHbIX MPOAYKTOB HEOOXOAMMbI AOMOSHUTENbHbIE 06CNeaoBaHVs (Coaep>KaHve YrmeBoaoB
B Kare, cogepaHue Bogopoaa/MeTaHa B BbidblXaeMOM BO3AyXe, 61OMNCcmMs BOPCUHOK KULIEYHKWKa C onpeaesieHneM
aKTUBHOCTW NakTasbl). MNpy HEOBGXOANMOCTM BO3MOXHO Ha3Ha4YeHVe npenapaToB SlakTasbl.

PekoMeHgaumm rno npodunakTmke

OpraHuam ob6crnegyeMoro MoXeT 6biTb CrOCOBeH yCBamMBaTb MOSTOKO M MOJIOYHbIE MPOAYKTbl B HEGOMbLLIOM KONMYECTBE.
OOHako MNpy perynsipHoM Mx noTpebneHnn (M Npyv OTCYTCTBUM arieprm K 6enkaM KopoBbero Mosioka) pepmeHTa byoet
[OCTaTOYHO WM NTakTa3Has HeOOCTaTOUMHOCTb He pa3oBbeTcs. MNpy Hannuum y obcnenyeMoro CMMNTOMOB
HernepeHOCKMOCTW JTAaKTO3bl MOJIOKO crieflyeT UCKIOUNTb U3 paLmoHa obcrenyeMoro. KMCNoMonoYHbie NpoayKTbl
(cMeTaHa, BapeHeL, psbkeHka, kedup, TBOPOT, Cbip U Op.) COAePXaT He3HaYUTETbHOE KOIMYECTBO JIaKTO3bl, Yalle BCero B
pepMeHTHpoBaHHOW GOpPMe, UX UCKIIOYaTb HE PeKOMEeHAyeTCs (HEOOXOAMO OPUEHTUPOBATHLCS Ha UHAOVBUAYaNTbHYO
NEPEHOCUMOCTb KaXKaoro NpoayKTa B OTAENIbHOCTM). Takke MOXHO YroTpebnsTb HU3KOMaKTO3HOE UM pacTUTEIbHOe
MOOKO (MMHOAMbHOE, KOKOCOBOE, PUCOBOE, KeApOBOe). B cnyyae HenepeHoCUMOCTY 6e/1KOB KOPOBbEro Mosioka
pekoMeHayeTCs MOSTHOCTbIO OTKa3aTbCsi OT MOJTOYHbIX MPOAYKTOB.



& HenepeHOCMMOCTb MIOTEHA

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH MNonumopédpuam TeHotTun YacrtoTta PesynbtaT AdPekT
HLA-DQ2 2 rS2395182 T/G 26% npeﬂ,paCI'IO}'IO)KeHHOCTb K yBenN4YeH1Io @ @

: YyBCTBUTE/IbHOCTU K rIagnHy
HLA-D025 rs2’|87668 G/G 80% npeﬂ.paCHOﬂO)KeHHOCTb K yBenn4yeH1o @ @

YyBCTBUTEJIbHOCTU K MMaaunHy He BbisBieHa

[MIOTEH M CBSA3aHHbIE C HWUM GesiKW, MPUCYTCTBYIOLWME B MWEHMLE, PXK, SUMEeHe M OBCe (eCny He yOdanocb m3bexarb
NpUMecH MeHVLbl), SBASIOTCS BHEWHWM TPUIMEepPOM BO3HWKHOBEHUS Uenvakuy. CnefyeT pasnuyatb HernocpencTBeHHO
LleNnvakuio, alifieprmio Ha MWeHuLY U He acCOLIMMPOBAHHYKO C LEeNIMakmen rmnepyyBCTBUTENIbHOCTb/HENEPEHOCUMOCTb
mtoTeHa. Llenmakusa sensetcs 3abonesaHvem (K90.0 no MKB-10) 1 onpenenseTcs Kak «XpoHMYecKash orocpenoBaHHast
MMMYHHOW CUCTEMON 3HTepodarnss TOHKOrO KULWEYHWKa, MpoBOLMpYyeMasi MoTpebneHneM [moTeHa Yy reHeTUYecKu
NpenpacrioNoXeHHbIX VHOMBUOOB» C XapaKTEPHbIMU MATONMOrMYEeCKMMM MOPHONOrMYeCckKUMU U3MEHEHUSIMU BOPCUHOK
TONCTOrO KuweYHuKa. Mpy riMnepYyBCTBUTENBHOCTU K MIIOTEHY, HE CBSI3aHHOW C LiefiMakmen, ceporiormyeckme MapKepbl
ayTOMMMyHUTETa (KaK Mpw Liesakmnm) Unu annieprm oTCyTCTBYIOT.

PacnpocTtpaHeHHOCTb uUenvakmy B nonynsumm BapbuvpyeT oT npuMepHo 1:100 go 1:300 B pasHbiX 4acTsx Mupa.
HenepeHocMMOCTb  MIOTEHa XapaKTepu3yeTCsl BbICOKOW HacregyeMocTblo - 69,8%. Llenvakus BO3HWKaeT B
NoAaBMstoWeM OOMbLUMHCTBE CrlyvaeB Yy obcnenyemblx, 3KCNPeCCUPYIOWMX [TaBHbIA KOMIMIEKC MMCTOCOBMECTUMOCTM
(MHC) knacc |l yenoBeueckoro newvkoupMTapHoro aHTureHa, HLA-DQ2 (npymepHo y 95% obcnepyeMbix), OOHako cnepyeT
MOMHWTb, YTO Hanun4me annenemn pucka HLA - 3To HeobxoauMbI, HO HE JOCTaTOYHbIM GaKTOP O/151 Pa3BUTUS LiEIMaK1N.

Takke BbisineHo 6onee 100 apyrux He-HLA reHoB, NonMMopdm3aMbl KOTOPbIX B BOMbLUEN UMW MEHbLUEN CTEMNEHM CBA3aHbI
C pasBUTMEM HEMEPEHOCUMOCTHM MIIOTEHA.

Puck pasBuTUS LeNnakuy 3HaYUTENbHO MOBbIWEH Y JIML, C CaxapHbiM OMabeToM 1-ro Tvrna v ApYrMn ayTOMMMYHHbIMM
3ab0neBaHMUAMY, CUHAPOMOM [layHa 1 MHOXECTBOM APYrX aCCOLMMPOBaHHbIX 6One3HeN.

NccnepyeMble reHbl

HLA-DQ2
KooupyeTt Monekyny TaBHOro KOMr/1ekca OnpepeneHHble BapuaHTbl reHa HLA-DQ (B 4acTHOCTW,
rMCTOCOBMECTMMOCTU Il - YernoBeuecknin TeMKOLMUTapHbIN HLA-DQ2.5, HLA-DQ2.2) cBsiz3aHbl C  BbICOKOM

aHTureH (Human Leukocyte Antigen, HLA). Knactep HLA
pacrosnioxeH Ha XxpoMocome 6 uyenoseka. Cuctema HLA
OTBeYaeT 3a MeHeTUYeCKM KOHTPOsb B3aMMOOENCTBUS
BCEX VIMMYHOKOMMETEHTHbIX KNeToK  OpraHu3ma,
pacrno3HaBaHMe CBOMIX W YyXepoaHblX KIETOK, 3arnycK M
peanvsaumio UMMYHHOIO (B TOM YKCTe M ayTOUMMYHHOTO)
oTBeTa.

UYBCTBUTENbHOCTBIO K [TIIOTEHY U UCMOMb3YOTCA 014
reHeTUYeckom OMarHOCTUKM HEMNEepPEeHOCUMOCTU TIIoTEHa/
Luenvakuy. AHTUMEH-MPE3EHTYoWME  KIIETKM, Hecylwme
HLA-DQ2 B KOMMeKce C  [e3aMUHMPOBaHHbIMU
nenTMoamMy  mMuagvHa, NPencraBnsioT  aHTUreHbol  T-
KfeTkaM, uYTO TMPUBOAMT K 3arycky XpPOHWUYEeCKOro
BOCMa/IEHUS B CIIU3UCTOM TOHKOW KWULIKWA U PasBUTUIO
Lenmakum.



3akJioueHue

Y o6cne,u,yeMoro BbiAB/1EH Cpe,D,HVIlZ PUCK pasBUTUS HEMNEPEHOCUMOCTU MIIOTEHa, BO3MOXHbI ee nposiBrieHns. Ong
nonyyeHua 6onee TOYHOM KNMHUYECKOM KapTWHbl XXesliaTes/ibHbl AOMONTHUTE TIbHbIe obcnenoBaHus, 0CO6eHHO npuv Hannymnm

Yy o6cr|eu.yeMoro CYMMTOMOB HEMEPEHOCUMOCTU TIIOTEHa/LEeTMaKnA.

ObcnegoBaHUS

PekoMeHO0BaHbl aHanM3bl CbIBOPOTKM KPOBU Ha aHTUaHOOMM3MaNbHble (EMA) aHTUTeNa 1 aHTUTeNa K aHTUTKaHEBOM
TpaHcyTamMmHase (anti-tTG), aHTuTena K muaauHy (anti-DGP IgG v IgA). NockonbKy LienmMakms SenisieTcs
MYNETUPaKTOPHBIM 3a601eBaHVEM, BO3MOXHO MPOBeAeHNE OOMOMHUTE bHbIX TeHETUYECKMX TeCTOB AJ1st aHanm3a Opyrmx
$paKTOpOB pUCKa HEMEepPEeHOCMMOCTU MtoTeHa/uenmakmn. Ecnv anarHocTnka noarsepamT GakT Hamnyuns SBHOW Wn
CKPbITOM MULLEBON HEMEPEHOCUMOCTW MIOTEHa, 0bCNeayeMOMy HEOBXOAMMO NCKITIOUNTb €ro 13 paLoHa.

PekoMeHgaumm rno npodunakTrke

O6crenyeMoMy XXenaTenbHO UCKTIOUUTb M3 PaLMoHa NMpPOAyKTbl, CoOAepyKallme MoTeH (POXb, SMMEHb, MIEeHWLE, OBEC,
BCE KPYrbl 1 U3OENUS U3 STUX 3/1aKOB), 3aMEHMB UX Ha Be3ioTeHOBbIe aHaor, B CBA3WM C PUCKOM PasBUTUS
HernepeHoCMMOCTU Tt TeHa/Lenmaknm. PekoMeHOyeMblli MakCUMyM noTpebneHus mioTeHa — 100 Mr B AeHb.



ButaMuHbI

ButamMyHbl - oOpraHudeckre BeLwecTBa, obragalowme BbICOKOM BUMONMOrMyYeckom
aKTMBHOCTbIO 1 OTBeYaroLme 3a BCe OOMeHHble npoLuecchbl B OpraHn3me.

BOMbWMHCTBO BUTAMUHOB He CUHTE3NPYIKOTCA B OpraHM3Me 4esioBeKa, NMo3TOMY OHMU
OOJIXXHbI perynapHO 1 B JOCTaTOYHOM KOJTMYecTBe NOoCTynaTb B OPraH3Mm C nULLEer 1nm
B BMnae BUTaMNHHO-MMHEPasibHbIX KOMIMJTIEKCOB U NMULLEBbIX no6aBoK.

CyLeCTBYIOT reHeTUYEeCKMe MapKepbl, KOTOpPble MOMyT FOBOPUTb O MOBbILEHHOMN
NOTPEBHOCTN OpraHM3aMa B OMpefeneHHbIX MUKPOHYTPUEHTax - BUTaMUHaX U
MUHepanax. HekoTopble MyTalmm B reHax NPUBOASAT K CHDKEHMIO YPOBHS HEOBXOOMMbIX
BUTAaMMHOB U MUKPO3/IEMEHTOB, a@ HEKOTOpble CMOCO6CTBYIOT WX  USMULWHEMY
HaKoM/IeHNIO B OpraHmaMe. o pesynbTataM aHanin3a COOTBETCTBYIOLMX MEHOB MOXHO
onpenenvTb, Kak MpOTEKAlT B OpraHM3Me MPOLECChl YCBOEHMS MOJIE3HbIX BELLECTB,
Npyu Heo6XOOMMOCTM CKOPPEKTUMPOBAaTb MUTaHME B CTOPOHY YBESIMYEHUS  UNA
YMEHbLUEHMSA HEKOTOPbIX MPOAYKTOB U HasHaunTb ob6cnenyeMoMy npvem BAL.
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‘ MeTabonM3M KapoTUHOMAOOB

Pe3yn bTaT reHeTnu4eCKoro aHasim3a

leH Monumopdunsm leHoTMn YYacTtoTa PesynbtaTt

AdPekT

35% MpenpacnonoXeHHOCTb K BbICOKOW aKTUBHOCTU B-
(<]
KapOTUH-15-15"-MoHOOKCHIreHasbl 1

BCMO1 rs12934922 A/A ® @

ButaMnH A - XUPOPaCTBOPUMbINA BUTaMWH, MPEACTaBEHHDBIA TPYMMNOA CXOOHbIX MO CTPOEHMIO BELECTB - HEKOTOPbIMU
KapoTUHOMAAMU U peTuHOMOM. [lepBble SBNSIOTCS HEaKTVMBHOM (GOPMOM BUTaMUHA U HYXAAOTCA B AOMONHUATENbHOM
npeobpasoBaHnK C MOMOLbIO B-KapoTuH-15,15"-MoHooKeureHasbl (BCMOT1). KapoTuHoMObl COOepXaTcsi B PaCTUTENbHbIX
npopykTax (TblkBa, MOPKOBb, perna, 6aHaH 1 Ap.), @ PETUHON — B XXMBOTHbIX.

BcacbiBaeTcs MeHee 20% B-kapoTWHa, MOCTYMMBLUENO C MULWEN. YCBOEHME KapOTMHOMZOB MMOBbILAETCS MpuU
YrOTPebNeHn UX COBMECTHO C Xupamu. [lanee, B 3aBUCKMMOCTM OT aKTMBHOCTM ¢depMmeHTa BCMO1, koTopas
ornpenenseTca reHeTUYeckn M MOXeT ObiTb CHWKeHa Ha 30-70%, mpoucxoouT KOHBEPCUSI KapOTUMHOWMOOB B peTUHa b,
PepMeHT KaTanmsmpyeT 1-10 CTyMneHb npeBpaLleHnst MOCTYMNALWEro ¢ Nuuien B-kapoTuHa B BUTaMUH A MperMyLLeCTBEHHO
B 3MUTENUMN CIIU3UCTOMN TOHKOro KuweuyHuka. Mpu pacwenneHun B-kapoTuHa obpasyeTcs peTuHarb, KOTOpbIA 3aTeM
BOCCTaHaBNMBaeTCs OO PeTuHOMa 60 OKUCTISIETCS OO PETUMHOEBOM KUCIOTbl. 3aTeM U3 peTuHOMNa CUHTE3UPYIOTCS
advipbl PeTUHOMa, KOTOpble B BUOE XWIOMWKPOHOB TPaHCMOPTUPYIOTCS B nedveHb. PepMeHT crnocobeH paclennsTb
KapOTUHOMObI, CHMXKAas X KOHLIEHTPaLMIO B M1a3Me, OOHaKo He B KaXKAOM Crlydae obpasyeTcsi akTuBHas Gpopma BUTaMUHA
A

Cpefm BUOXUMNYECKUX DYHKLMA BUTaMUHA A BbIAENSIOT Y4acTMe B SKCMPECCUM MEHOB, CBA3aHHbIX C YYBCTBUTENbHOCTbIO
KeTOK K MOPMOHaM M pPOCTOBbIM ¢GakTopaM, Mo3TOMY AedUUMT HYTPUEHTa CKasblBaeTCH Ha COCTOSHUM 3nuaepMmca m
CIM3UCTBIX OBOoMoYek, MponudepaLmm MMMYHHbIX KNEeTOK, XPSILEBOW U KOCTHOW TKaHsx. LOpyras yHKUMsS peTuHans
3ak/oyaeTcs B obecriedeHnn ¢GOTOXMMUMUYECKOro akTa 3peHus. [OMOoNHUTENIbHO BUTaMUH A MOXeT MoaOoepXmBaTb
AHTUMOKCWOAHTHYIO 3alUMTy KNEeTKU. HepocTaTok XXenesa U UMHKa, YXyAWeHUe OTTOKa Xen4yu, OCOBEHHOCTU OMEeTbl U
HEeBMaronpuUsATHbIA TEHOTUIM MOBbILAIOT PUCK PasBUTUA OePULMTHBIX COCTOSIHUIMA U COMYTCTBYIOLWMX HapyLUeHWA -
YXYOWEHUS] 3PEHUs, PasMsrYeHusi poroBoM OBOSIOYKM 71833, MMNEpPKepaTos3a, 4YacTbiM BUPYCHbIM U GaKTepuaribHbIM
3ab60n1eBaHuAM.

NccnenyeMble reHbl

BCMO1

Kooypyet  depMeHT  B-KapOTWH-MOHOOKCHreHasy 1,
KOTOpbIA B OpraHuaMe JesioBeka YyyacTByeT B
nNpeBpaLLeHNN KapOTUHOMOOB B PETUMHOM - aKTUBHYIO
dopmy BuTammHa A,  DepMeHT obnagaeT  y3KoMm

A MoXeT ObITb 06pa3oBaH M B pe3ynisTaTe pacllernieHns
Q-KapoTWHa U B-KPUMTOKCAHTMHA, KOTOPble COAEPXaTcs B
TblkBE, TOMaTax, Mananve, [OblHe, KyKypy3e, narpuke u
HekTapuHe. [lonuMopduaM MNpUBOOUT K  CHUDKEHMIO

cybCcTpaTHOM  CcreumdUUYHOCTBIO.  JKCrpeccupyeTcs B
OCHOBHOM B TOHKOM KULIEYHWKE U OBEHaALAaTUNEPCTHOM
KVLIKE, pexe — B TO/ICTOM KULLIEYHUKE, XesyaKe, MoyKaX,
»Xen4yHoM nysbipe. BCMO1 kaTanusmpyeT NMMUTUPYIOLLYIO
CTaguio 3TOro MpoLecca - OKUCIINTENbHOE pacLuer/ieHne
B-kapoTVHa Ha ABe MOMeKy/sibl TPaHC-peTuHans. ButammH

CKOPOCTW  paclueryieHnsi KapoTuHouaos. [py  3ToM
3aMeqIsieTCa KOHBEpPCUsi MPOBUTaMMHA A B aKTUBHYIO
GOpMy  HYTPWEHTa, YTO  CroCcOoBCTBYET  PasBUTUIO
rMNoBMTaMMHO3a. HexeaTka BUTaMMHa A  MOBbllLaeT
IKCTPEeccHto  reHa, HO 3TOr0  HEeOOCTaTOYHO, YTO6bI
YCTPaHUTb AedULMT HYTPUEHTA.



3akJioueHue

[eHeTUYeCKNN aHan13 nokasarsn, uYTo Yy o6cnep,yeMoro He BbIAB1EHO HaprJeHvuZ MeTabonmama KapOoTNHOMOOB N
npeapacrnonoOXeHHOCTU K PasBUTUIO MMMNOBUTAMMHO3a A.

ObcnegoBaHUS

[n9 NnpodunakTrKM rMnepBUTaMmMHO3a MOXHO MPOBEPUTb YPOBEHb PeTUHOMa U 6eTa-KapOoThHa B KPOBW 06CieayemMoro,
OOHaKO HEOBXOOMMOCTM B MOCTOSIHHOM €ro KOHTPOSe He BbisBeHO*. MNpn YacToM ynoTpebneHm NpoayKToB C BbICOKUM
cogepXaHveM peTuHoMa B CoMeTaHuM C NMPUeMOM BUTaMMHA A C Y4eTOM Ballero reHoTUNa BO3MOXHO passBuTme
rMNepBUTaMUHO33, YTO MOXET OKasbiBaTb TOKCHYeckur addekT*. CneayeT yunTbiBaTb, YTO U3OIMPOBAHHOE
onpepeneHne KOHUEHTPaUmMmM peTUHOMa MMeeT OrpaHNYEeHHOE KIIMHMYECKOe 3HaYeHre, MO3TOMY A/15 MPaBuIbHOM
OLIEHKM N KOPPEKLIMM COCTOSIHUST OBCIIefyeMOoro peKOMeHAYETCS YYUTbIBaTb CUHEPIM3M M aHTaroOHM3M OPYrX BUTaMUHOB
N MUKPO3/1EMEHTOB*.

PekoMeHgaumm rno npodunakTrke

He BbisBNEHO HEOBXOOMMOCTU B AOMOSHUTENBHOM MpUeMe BUTaMUHa A MpY HOPMarbHOM COalaHCUMPOBAHHOM MUTaHUM
obcnenyeMoro. EMy OCTaTOYHO eXeOHeBHO YroTpebaTb MPOAyKTbl, CoAepXXallume JaHHbIA BUTaMUH UMM ero
nMpeawecTBeHHNKU. MOCKOMbKY YCBOSIEMOCTb KapOTUHOMAOB Y 06CreayeMoro HopMasibHasi, eMy BroJiHe NoaxoauT
PaLMOH, coaepXKalumi pacTUTESIbHbIE UCTOYHUKM BUTaMUHA A: MOPKOBb, KPacHbI MepeLl, KanycTy, NeTPYLIKY, TbiKBY,
6aHaH, ToMaT, MaHOapWH, ropoX, LWMWMHAT, 6aTaT, peny, HEKTapWH, AblHIo*.



‘ MeTabonmam BuTtammHa D

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH MNonumopduam leHotn YacToTa Pesynbtat AddekT
VDR rs1544410 G/G 31% BblCOKasi IIOTHOCTb PELLenTOPOB K BUTaMUHY D ® @
ButaMyH D - >XMPOPacTBOPUMbIA BUTaMUH, MpPeAcTaBneHHbiA OByMsi dopMaMu - 3prokanbumdpeponom (D2) wm

xonekanbumdeporom (D3). Oba BapraHTa MOXHO MOsyYaTb 13 MWK, BUTaMUH D3 opraHn3m crnocobeH BblpabaTbiBaTb U3
MPOV3BOAHOIO XonecrtepuHa nof gencravem Yd-nyyen B-cnektpa (11:00 - 14:00). PasHoBuaHOCTM BUTaMmMHa D vMmetoT
CXOOHOE CTPOEHME M PasHYlo CKOPOCTb NMpeobpasoBaHUs B akTUBHYO GOpMY - KanbumTpuon (y BuTammHa D3 oHa Bbiwwe).
3ateM OH cBsi3blBaeTCA C 6eskoM mnasmbl KpoBu VDBP, U npoucxoguT p[ocTaBka BUTaMMHA B Me4YeHb Onsd
NpeobpasoBaHUs B KaslbLMOMOI, KOTOPbIM NpeobpasyeTcs MoYkaMuy B KasibLIUTPUOIT.

Moctynme B TkaHW, BUTaMMH D ceasbiBaeTcs C peuentopoM VDR. VY ButammHa D cywectByeT 605bLIOe KONMMYECTBO
PYHKUMIM: OH perympyeT BblIpaboTKY LIMTOKMHOB, aHTUMUKPOOHbIX MENTUOOB, CO3PEBaHME MMMYHOKOMMETEHTHbIX KIETOK,
onddepeHUMpPOBKY KITIETOK 3MUTENUS U BOMOCSHbIX (OMIMKYNIOB, KOHTPONMPYeT paboTy reHOB, OTBETCTBEHHbIX 3a
perynsumio apTepuanbHOro OaBneHus, obMeHa Kanbums U dochopa, 1 apyrvx. [ns yCBOEHWS MOCTYMaloWero C nuLem
BUTaMMHa D HEO6XOOMMO He TONbKO yroTpebrieHne ero BMecTe C XMpaMu, HO U OTCYTCTBUE HapyLUeHWM obpasoBaHus U
OTTOKa Xesyun.

[NpyeM HekoTOopbIX MpenapaToB, B TOM 4YMCNEe MIOKOKOPTUKOMAOB, aHTUPETPOBUPYCHbBIX MpenapaTtoB, aHTUMUKOTUKOB,
xonectmMpammHa, nosbiaeT I'IOTpE6HOCTb B BuTamumHe D. ,D,ed)VILI,MTHbIe COCTOSAHNA  XapPaKTepU3yroTCA pasBUTUEM
MUOMaTn U OCTeOornopo3a, CHUMXeHMeM YCTOVIHMBOCTM K BMPYCHbIM 3aboneBaHVaM (B nepeyro odyepenb K Fpl/ll'll'ly),
ycuneHmnem BoCrnanmTesibHbIX MNPOoLEeCCOoB NMpn Hann4vmnm 3aboneBaHn 1 MOoryTt CNoco6CTBOBaTb KaHLUeporeHeay.

NccnepyeMble reHbl

VDR
KoompyeT soepHbin peuentop VDR (TpaHCKpUMLMOHHDIN Mpy  nonvMopdmamMe  obpasyeTcs  HeOoCTaTo4YHOe
dakTop), KOTOpbIM  CBSA3bIBAET  KanbUMTpWOn  Ons KONMMYEeCTBO  peLenTopoB,  HapylaeTcs  perynsiuvs

OCYLLECTBNEHUS perynsumm 3KCrpeccuit MHOroMUCIEHHbIX
VDR-uyBCcTBUTEbHbIX MeHOoB. Peuentop K BUTaMuHy D
3KCMpeccrpyeTcs BO BCEX TKaHSX OpraHm3Ma C pasHoW
MHTEHCUBHOCTbIO, HO Hamboree aKTUBHO MPOUCXOOUT B
3HTepoumuTax, anuaepmuce, KreTkKax KOpbI
HaONoOYEeYHUKOB, MUENOVAHBIX KI1eTKaX.

akcripecct VDR-YyBCTBUTE/IbHBIX MEHOB U MpOTEKaHve
MPOLIeCCOoB, 3a KOTOPbIe OHW OTBETCTBEHHbI (B YaCTHOCTW,
CTpagaeT TMIOTHOCTb MUHEepaM3aUMM KOCTHOW TKaHW).
MonvMop®m3M MoBbIlAET CYyTOYHYIO MOTPebHOCTb B
BUTamMuHe D.

3akiroyeHmne

leHeTUYeCKUA aHanmM3 nokasasl, YTo y obcredyemMoro He BbISBNEH PUCK PasBUTKSI 3a60eBaHNA 1 HapyLLIEHNIA,
OBYCNOBMEHHbIX CHKEHHOW YYBCTBUTENBHOCTbBIO K BUTaMUHY D (paxuTa, OCTeornoposa, CHUXEHWS UMMyHUTETa U

onddysHom anoneumm).



ObcnegoBaHUS

CO CTOPOHbI YYBCTBUTENIBHOCTU K BUTAMUHY D 1 YCBOEHMUS KarbLMs MPOPUNaKT1Ka OCTeonoposa obcrieayeMoMy He
TpebyeTcs, KpoMe CrlydaeB Hanmyms 3a6oneBaHni (MoYeyHasl He4OCTaTOUHOCTb, CaxapHbii OMabeT, BoCnauTebHble
3a60/1eBaHNA KULLEYHMKA, HapYLWEeHUS GYHKLIMM LWMTOBMOHOM 1 MapalLTOBUAHbIX Xees) 1 OOMONMHUTENbHbIX GaKTOPOB,
TaKMX Kak BereTapmaHckoe nuTaHue, KypeHue, rurnogmHaMms, HeLoCTaToK Beca U oXupeHue*. Mpu Hannuymm nokasaHuim

BO3MOXHO MpoBefeHMe o6crienyeMoMy OeHCUTOMETPUN*. [LOMOMHUTENbHO MNP HEOBXOAMMOCTM MOXHO caenatb Y3U
XEeNYHOro nysbips*.

PekoMeHOaLUmm no npodunakTmke

Y obcrenyeMoro He BbISIBNEHO HEOOXOOMMOCTW B AOMOSHUTENIbHOM MpueMe BuTaMmnHa D. [1s BOCMONHEHMS ero
CYTOYHOW MOTPEBHOCTY PEKOMEHAYETCS PEryNSpHO YNOTPeONATb XUPHbIE BUAObI Pbibbl, SUUHDBINA XENTOK, Cbip, rpUbbI,
rneyeHb TPEeCKM, FOBSHKbIO NMeYeHb, CIIMBOYHOE Macro, CIIMBKW, CMeTaHy (€CNv HeT NMPOTUMBOMOKasaHuM Mo JINMOHOMY
0bMeHy), ApOXKW. Takke 6naronpuUsTHO Mosy4vaTb BUTaMVH D ecTtecTBeHHbIM MyTeM (COMTHeYHbIe BaHHbI), eCriv HeT
MPOTMBOMNOKasaH. YTobbl 06pasyoWmMincs B anmaepMmce BUTaMmH D Mor pacnpenensTbecs Mo BCEMY OpraHu13My,
HeobxoayMa dusmyeckast akTMBHOCTb Mocne ceaHca 3arapa. MNpu peduumTe BUTaMmMHa D pelueHve o AOMOHUTENIbHOM
rnpreMe 1 ero JO3MPOBKY PEKOMEHOYETCS COT1acoBaTb CO CreLManiMCTOM,



%Y ) TpaHcnopT BUTaMmHa E

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm leHotMn YacTtoTa PesynbtaT

AdPexT

4% MpenpacnonoXeHHOCTb K HOpMasibHOMY MpoLieccy
(o]
YTUAM3aLUU TPUMTIMLLEPUOOB U3 KPOBSHOMO pycria

APOAS5 rs964184 c/C ® 6

BuTaMuH E - XMpOpacTBOPUMbIMA BUTaMUH, NPEeACTaBNeHHbIN MPYMMnoi CXOAHbIX MO CTPOEHWUIO BeLecTB — TOKOdEepOosioB.
BHYTpM oOpraHvaMa OH He CUHTe3WpyeTCs, MO3TOMY €ero BaXHO mMofyyatb C nvwen. ComepXuTcs B COEBOM,
MOACOSTHEYHOM, FOPYMYHOM M APYrUX Macrax, B Opexax U CeMeHax, a TakKe B MPOPOCTKaxX MLIEHMLbl, OBCa, COW, B
NpOOyKTax XMBOTHOMO MPOUCXOXAEHMs.. CHadana pacTUTesbHble Macsa rMaposIU3yTCs NIUMA30oN B MPUCYTCTBUAM Xeyun.

Mocne BcacblBaHWA B TOHKOM KMLLEUYHWKE BUTAMUH E CBA3bIBAETCA C TPaHCMOPTEPOM (TOKOGhEPO-CBA3bIBaloWMIA 6eoK),
DOPMUPYIOTC YacTULbl XUIIOMUKPOHOB, KOTOpble MOMagaloT B KPOBb U «MepedatoT» TOKOMEepOos NUMonpoTenHOBLIM
KOMM/IeKCaM. 3a MPOLECC BbICBOBOXAEHWS TOKOhEpOorna 13 XWUITOMUKPOHOB OTBeYaeT (GEPMEHT MMUMOonpoTEMHIMMA3A.
BuTaMuH E BbINONHSET psf BaXHbIX GYHKUMI B opraHmaMme. lMepBas cBsA3aHa C aHTUOKCUMOAHTHOM 3alUMTON KIETOK: OH
HEMTpanM3yeT OpraHMYecKme M HeopraHMJYeckme Mepekncu U TakiM 06pa3oM MPOTMBOCTOUT MEPEKUCHOMY OKUCIEHMIO
JIMNOOB M HEHACBIWEHHDBIX XMPHbIX KMCIOT. [ononHUTEbHO Tokodepos crnocobCTByeT BbipaboTke GepMeHTOB NepBoi
$asbl AETOKCHKALIMN LMTOXPOMOB, NMEPOKCMAA3 1 KaTanasbl.

ButaMnH E MHMMBUMpyeT OesTenbHOCTb HEKOTOPbIX GEepMEeHTOB, peanmaytolmx peakumm okucreHns (NADPH-okcuaasy).
BTtopas ¢yHKUMS HyTpWeHTa 3aktoyaeTcss B OOeryeHnMm CcuHTe3a COoKpaTUTEsNbHbIX OenlkoB, YTO YycKopsieT
BOCCTaHOB/IEHME MbIlEYHbIX BOJSIOKOH, BbIPpaboTKy KosjareHa 6narofapsi yBelIMUEHWIO 3Kcrpeccun dakTopa pocTa
coeguHUTENbHOMN TkaHW. KpoMe Toro, BuTamuH E npenstcrByeT arperaumm TpoMmboumToB. Tokodepon BaxeH O
NOAAEP>XaHWS LIeNTOCTHOCTM MUETMHOBBIX O60104MEK HEPBOB, CriepMaToreHesa, 3allMLaeT BUTaMUH A OT paspyLUeHUs.

NccnepyeMble reHbl

APOAS5

KooypyeT anonvnonpotemH A5, cBA3bIBAOWMIA 3OUPbI
XONnecrTepona, WrpaeT BaXHYIO poOfb B  perynsumm
MeTabonvamMa NMNMOOB. 3IKCMpPeccupyeTcsi TOMbKO B
neyeHn. APOAS saBnsieTcs CTPYKTYpHbIM GEnKOM, BXOOUT
B COCTaB TakMX YacCTUL, KaK JIMMOMNPOTENHbI O4EHb HU3KOM
nnotHoctn  (JTMOHTIT),  XMNOMVKPOHbI,  JIUMOMPOTEWHbI
BbICOKOM  nnoTHocTn  (JTNBIM). APOA5  akTuBMpyeT
pepMeHT NIMNoNpPoOTENHIMMNA3Y, CocobCTByeT

MeTabonnaMy NMMOMNPOTENHOB C BbICOKMM COOEPXKaHMEM
Tpumuvuepvaos  (JMOHM wn  xunomumkpoHos). APOAS
BUSIET TakkKe Ha CUHTEe3 WU/Mnu  Ccekpeuuio Opyrux
MNonpoTenHoB. NonnMopduraM CBsi3aH C MOBbILEHVEM
ypoBHen JTTHI 1 TpUmunuepraoB B KPOBU, UTO SBMISIETCH
$aKTOpPOM pasBUTUSI ULLEMUYECKOM BonesHn cepaLa.

3aknueHue

[eHeTUYeCKNN aHann3 nokasarn, uYTo Yy o6cr|ep,yeMoro BO3MOXeH ,D,ed)VILI,VIT BUTaMMHa E B CBS3M CO CKNOHHOCTBIO K €ro

OTHOCUTESIBHO HU3KOM KOHLEHTpauUun B OpraHM3Me.



ObcnegoBaHUS

Ob6cnenyeMoMy pekoMeHAyeTCsl MepUoANYeCck/ COaBaTb aHa/IM3 Ha onpeesieHne KOHLEeHTpaumm BUuTaMmnHa E B kKposm
D151 UCKITIOYEHUST TUMOBUTaMMHO33a, OCOBEHHO eCrM MMEIDTCS MPOo61eMbl B penponykTUBHOM cdepe, MbieyHas cnabocTb,
yXyAlweHne 3peHns 1 aHeMus*. MNMpmu HeOHBXOOMMOCTM MOXKHO MPOBEPUTL YPOBEHb TPUMMLIEPUOOB*.

PekoMeHgaLmm rno npodunakTmke

O6crnenyeMoMy pekoMeHayeTcsl yrnoTpebnars BUTaMUH E NperMyLLecTBEHHO B BUAE PacTUTENbHbIX Maces (ropunyHoe,
KYHXXYTHOE, PbXXMKOBOE) 1 OPeXoB (Kelubto, M1HAaMb, ducTallkm). Puamonormieckas NoTpeGHOCTb B BUTaMmHe E
cocTtaenseT 10 Mr B cyTku*. XKenaTteneH ero JOMOHUTESbHbIM KypCOBOW MPUEM MO COMTIaCOBaHWUIO CO CreLManiMcToM®,



=% ) MeTtabonmsM BuTaMmHa B6

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm leHoTn YactoTa PesynbTtaT AdPekT

o MpenpacrofioXeHHOCTb K HOPMasIbHOM aKTUBHOCTU
ALPL rs4654748 T/T 19% ool dochaTassi ® 6

ButamyH B6 - BOOOPacTBOPVIMbIA BUTaMWH, YCTOMUMBBIA K BO3AEWCTBMIO BbICOKMX TemnepaTyp, MNpeAcTaBieHHbIN
MUPUOOKCMHOM U ero KodepMeHTHbIMM popMamMm (MpmnaokcaMmHPocPaToM M nupuaokcanbdocdaTom). MrUpUaoKCUH
coaepXuTcs B nepue yumnu, 6asunuke, 3nakax, neyeHu, mMsce, 60060BbIX U APYrux NpoaykTax. buonormyeckn aktmeHast
$popma BuTamMmHa B6 nmpupokcansdocdat (PLP) obpasyeTcs 13 NMprOoKCHHa NMpyi MOMOLLM NMeYeHOUHbIX GepMEHTOB.

B KpoBOTOK BUTaMVH moragaeT B dopme PLP, 3ateM wenoyHas docdartaza oTwennseT dochaTHyo rpymny, v 3a cyeT
BblOENMBLUENCS SHEPTUM BUTaMUH MPOHWKAET B KIETKMW, rae MOBTOPHO $ochopumpyeTcs creumdUyeckumMmn KiHasamm.
PLP HeobxoomM [/ OCYWECTBNEHUS peakuui OeKapOOoKCUIMPOBaHUS, Oe3aMUHUPOBAHUS W TpaHCaMUHUPOBAHMS
aMVHOKUCIIOT, M TakMM OOpa3oM OH MopaepxuvBaeT 6enkoBbii obMeH. Bea PLP He npowvcxoguT obpasoBaHue
npewecTBeHHWKa reMa (0-aMUHOMEBYTIMHOBOW KUCIOTbI), 3aTPyOHEHO 0bpasoBaHMe fodamMuHa U3 NMpeawecTBEHHNKA, He
BO3MOXEH CUHTE3 HUKOTMHOBOW KUCIIOTbI M CEPOTOHMHA U3 TPUMTODaHa.

B nocnegHeM cnydae nponcxoouUt HakonneHmne MeTabonuTa KNHYPEHMHa, 4YTO MOXEeT BbI3blBaTb WM YCUNIMBATb
nenpeccuto. PLP yuyactByeT B OBYX peakumsix OeTOKCUMKaLMM FOMOUMCTEMHE, B CUHTE3e rOpMOHa MesiaTOHWHA,
HEeMpOMeamaTopoB CEPOTOHWMHA, FaMMa-aMWUHOMACIISHOM KUCMOTbl WM MeamaTopa anfepruyeckmx peakumii rmcTaMmHa.
ButaMyH B6 ynydllaeT YCBOEHWE HEHACbIWEHHDbIX >XMPHbIX KUCMIOT KreTkaMu. [pu HepocTaTke 3Toro BUTaMKHa
BO3MOXHO MOSIB/IEHME CyXOro AepMaTuUTa Ha fivue, cebopen U Xennosa, a Takke OCaxkaeHUe KaMHEN B MouYKax.

NccnepyeMble reHbl

ALPL

KoompyeT Hecneumduueckyto wenodHyto docdarasy - ponb B MWHepanu3aumm 3y6oB M KOCTEW. [eH aKTMBHO
MeM6paHHbI  GEepMEHT, Y4yacTBYIOWMA B  peakLMsx aKcnpeccupyeTcs B HaOmno4YeyYHMKax, rMoYKax,
oTwenneHus dochaTHoM rpynnbl oT anneHaukee, nerkux, rneyvyeHun, ceneseHke v moare. [pu
nupupokcanbdocdara, nmpodocdarta 2 nonMMopduUaMe CHMKAETCS KOHLIEHTpaLMs BUONorMyeckim
pocdoaTaHONaMmHa. PepMeHT perynmpyeT MocTyriieHue aKTVBHOW (OPMbl BUTaMMHA B KPOBW U 3aTpyOHSIETCS
BUTaMUHa B6 u3 KPOBOTOKa B TKaHW, UrpaeT BaXHYO normoweHmne ero KleTkaMmum.

3akJiroyeHmne

MeHeTUYeCKUA aHanmM3 nokasar, YTo y obcnedyemMoro HM3KMA pUCK pasBuTUs geduumTa BUTaMmHa B6 1 CBA3aHHbIX C HUM
HapyLLleHWn 6enKoBOro obMeHa, 06pas3oBaHMst KaMHEM B MOYKaX, MrneproMoLMCTEMHEMUN, HaPYLLEHUIM B paboTe HEPBHOM
CUCTEMBI (Pas3apaXUTENbHOCTb, 3aTOPMOXEHHOCTb, 6ECCOHHMLIA) 1 BO3HUKHOBEHUS CE60penHOro AepMaTuTa.



ObcnegoBaHUS

[lns KOHTpONS YpOBHS BUTaMyHa B6 B opraHuamMe obcremyeMoMy MOXHO CAaTb aHanu3 Ha nupupokcanb-5-docdat*. Mpu
HaNMMYMM KINMHUYECKOM CUMMTOMATUKM BO3MOXHO HasHaYeHMe OOMOSHUTENbHbIX 06Cef0BaHMIN®.

PekoMeHaaLmm rno npodunakTnke

MoTpe6HOCTb B perynisapHOM AOMOSHUTENBHOM MpueMe BuTaMrHa B6 He BbisiBrieHa, o6creyeMoMy OCTaTOYHO
YNOTPe6NATb B OCTAaTOMHOM /151 BOCTO/THEHMS CYyTOYHOM HOPMbl KONTMYECTBE MPOaYKTbl MUTaHNS, B KOTOPbIX
MPUCYTCTBYET BUTaMUH B6: LieIbHO3epHOBbIE KPyribl, GUCTALLKK, X11e6 13 MyKM Mpy6oro NoMosia, YecHok, 6060Bble (ecm
HeT MULLEBOMN HenmepeHOCUMOCTM)*. OOHAKO AOMONHUTENbHbIV MPUEM BUTaMMHA B6 BO3MOXEH MPU HaNIMUUN KITMHUYECKMX
MoKasaHWin U/UN HeJOCTaTOYHOM KOMMUYECTBE JaHHOIO BUTaMMHa B paLyioHe obCrenyemMoro®.



‘ MeTabonmamM BUTaMmmHa BO

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm leHotMn YacTtoTa PesynbtaT

AdPekT

51% MpenpacronoXeHHOCTb K BbICOKOW akKTUBHOCTU
(o]
MeTUneHTeTparmapodonaTpenykTasbl

MTHFR rs1801133 c/,C ® 6

ButammH BO - BOOOpacTBOpPUMBbIM BUTaAMUH pymnbl B, BkAoYalowmi npousBogHble GonuesBor KUCoTbl. MNonapas B
opraHuaM, QonveBas KWUCIIOTa BCaCbiIBAETCS B TOHKOM  KMIIEYHWMKE U B TEYeHWM BOCCTaHaBNMBaeTCs OO
TeTparvapodonmeson (TIP). K TID MoryT pepMeHTaTVBHO NMPUCOEONHATLCA METUMbHAs, METUIEHOBas, GOPMUIIbHAs U
dopMrMmHOBas rpynnbl. [lanee BO3MOXEH MNEepeHOC AaHHbIX IPynn Ha Opyrye COeOyHEeHWs, HarmpuMmep, MepeHoc
MEeTWUNbHOW rPyMMbl Ha aMUHOKMUCIIOTY FOMOLMCTEMH. B mpucyTcTBum BuUTaMmHa B12 donuesas kucrnota CTUMynMpyeT
3pUTPOMNOa3, Yy4acTBYET B CUHTE3E MYpPUHOB M HYKIEWMHOBbIX KWCMOT, pPsifa aMWUHOKWUCIIOT, B OOMEHE XOSMHa M MHOMMX
Opyrx MeTabormyeckmx npoueccax. ButammH B9 yuactByeT B MeTabonuame HerpoMeamaTopoB (CEPOTOHMHA,
MenaToHWHa, aapeHanHa 1 odaMmHa), BAMSIOWMX Ha CAaMOYyBCTBME U HACTPOEHME YerioBeka.

MpreM NpoTMBO3a4aTOUHbIX, MPOTUBOOMYXOMNEBbLIX NPernapaTos, CynbdaHUNaMUOOB, aHTUBMOTUKOB 1 OpYrvx NpernapaToB
6nokmpyeT MeTabonmam GOoMEBON KUCNOTbl M TakMM OBpa3oM 3aTpyaHseT GMonornMveckoe OencTBue BuUTaMuHa. [pu
nedvumte BUTaMMHa BO npoucxogMT yrHeTeHWe MpOLIeCCOB KPOBETBOPEHWUS M pasBUTME MerasiobnacTHOM aHeMuu,
TPOMOOLMTOMNEHUM, YXYALWAETCA pereHepaumst KIeToK. [MOMMMO 3TOro, CHUXaeTCs aKTUMBHOCTb WMMMYHHbIX pPeakumi,
daroumTapHOM aKTUBHOCTM PaHY/TIOLMTOB, CHUXAETCS pPEe3UCTEHTHOCTb OpraHMaMa K Bo3ByouTenaMm  uMHbekumm
(MpenMyLLEeCTBEHHO BUPYCHOM NpUpoabl).

NccnenyeMble reHbl

MTHFR

KoovpyeTt MeTuneHTeTparugpobonarTpenykrasy - Mpy nonuMopduaMe CHUXKAETCH aKTUBHOCTb [OaHHOro

BHYTPUKIIETOUYHbIN (PEPMEHT, YYacCTBYIOLWMM B peakLmsax
METUIMPOBaHUS OHK, PHK " aMMHOKUC/OT.
OestenbHOCTb depMeHTa CrnocobCTBYeT MpeBpaLleHMo
rOMOLUMCTEMHA B METUOHWH MpY Hannuum KodakTOpOB:
BUTaMUHOB B6 1 B12 1 cybcTpata - GOnmMeBon KUCMOTbI.
MTHFR BOCCTaHaB/IMBaeT 5,10-
MeTuneHTeTparmgpodonar no 5-
MeTunTeTparuapodonara.

npouecca. leH akcnpeccHpyeTcsi MOBCEMECTHO, OCOBEHHO
CWUbHO B KOCTHOM MO3re, ferkux, LMTOBUOHOWN Xernese,
AMYHMKaxX W ceneseHke. Mccnepyetca pOnsi BbiIBNEHUS
reHeTUYeCcKOM NMpeapacronoOXeHHOCTH K
rMNeproMoLMCTEMHEMUY, TPOMbBO3aM, aTepoCKIeposy,
OCNOXHEeHWsM  6epeMeHHOCTWU. [lonMMopduamM B 3TOM
reHe CBSiI3aH CO CHWKEHMEM CKOPOCTWU OeTOKCHKaLmm
rOMOLIMCTENHA W yBEIMYEHWEM MOTPEBHOCTU B GONMEBOM
Kucnore.

3akJioueHue

FeHeTUYeCKUIN aHanIM3 NoKasasl, YTO Yy 0BC/IeQyeMoro He BbisIBMIEH PUCK HapyLUEHWIA pOlaTHOro 06MeHa, CBA3aHHbIN C
aKTUBHOCTbBIO hepMeHTa MeTuneHTeTparnapodonaTpenykTasbl. CHUXEHbI PUCKU PasBUTUS CEpAEYHO-COCYOMCTbBIX

MaToNIOMMIN 1N HapyLLEeHWA B paboTe HEPBHOW CUCTEMBI.



ObcnegoBaHUS

He BbIsIBNEHO HEOBXOOMMOCTU PErYNSIPHO MPOBEPSTb YPOBEHb BUTaMWHa BO B kpoBW. OOHaKO MOXET 6bITb MONE3HO
CcOaTb aHarIM3 Mo4M Ha GOPMUMMHOITTYTaMUHOBYIO WM YPOKAHUHOBYHO KUCITOTY*. BaxKHOCTb ¢ O/aToB MOBbILLAETCS MNpuU
6epeMeHHOCTI, B 3TOM Clydae UX PEKOMEHYEMOE KOIMYECTBO MOXET ObiTb YBETMYEHO .

PekoMeHgaumm rno npodunakTmke

O6cnenyembili MOXET YyNoTpebnsTb BuTaMmH BO B nto6o dopMe — CUHTETUYECKOM 1 HaTYparibHOM, akTUMBUPOBaHHOM U
0b6blyHOM*. [py TaKOM reHoTUMNe AN1S NPeaoTBpaLleHus aeduumTa BUTaMMHa AOCTAaTOYHO CTaHOAPTHOM CyTOYHOM
noTpebHoCTN*. [11 ee BOCMONTHEHWUSI MOXHO PerynsipHO yrnoTpebnsTe NpoayKTbl, 6oratble GOMEBOM KNCIOTON,
HarnpuMep 3efeHble NIMCTOBbIE OBOLWWM, Hacorb, YeUeBuLly, NeYveHb, NMBHbie APoXOkW. [pun nedurumte BUTaMKHa BO B
paLMoHe U OpyrX OOMONHUTENbHBIX MOKa3aHWsIX BO3MOXEH ero JOMONHUTENbHBIA MPUEM MO HazHaYeHWo
crneupanmcra*.



@ MeTabonm3M ButamMmHa B12

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdusm TeHotn YactoTa PesynbtaT b dekT

FUT2 rs602662 A/G 49% ﬂpeﬂpaCI'IBOJ'IO)KeHHOCTb K CHUXXEHWIO CekpeLnm ® O
HyTpeHHero dakTopa Kacna

ButammH B12 - BOOOpPacTBOPUMBIA BUTaMWH, OOBEOMHSIOWMIA PYMMY POACTBEHHbIX COeOVHEHUA KOGanaMyHOB.
CopepXxuTtcs B NTULE, Msice, MSCHbIX CybrnpoaykTax, pblbe 1 MOsockax B OCHOBHOM B BUAE LaHoKob6anaMuHa. 3 nuwm
yCBaMBaeTCsi He 6oree 4YeTBepTV OT OOWEro copoepXaHus HyTpueHTa. OBknagoudHble KETKU Xesyaka CeKpeTUpYoT
BHYTPEHHUIN dakTop Kacra, KOTopbii obpasyeT KOMMeKC C BUTaMMHOM B12, 3awmuias ero oT  paspylleHus
nuLLLEeBapUTeNbHBIMU GepMEeHTaMM 1 CrOCOBCTBYS BCACbIBAHUIO LiAHOKOBanaMyHa B MOAB30O0WHON KULLKE.

3areM UMaHOKObanlaMMH MpeBpallaeTCa B OKCUMKOOaraMuH, CBA3bIBaeTCs C 6enkoM TpaHckobanamuHoM. [locne
MPOHNKHOBEHUS] B KIIETKN OKCUKODanaMMH MpeBpalaeTcss B OOHY U3 KOPEPMEHTHbIX GOpM - MeTunKobanaMuH wmnu
apeHosukobanaMuH. B npouecce OeToKCHKaLMM FOMOLIMCTEMHA OKCUKOGaraMUH UrpaeT posib KobepMeHTa, MpuHMMast
METUbHYIO rpynny ¢ 5-MeTunteTparngpodonarta (aktmeHas dopMa BuTaMmHa B9), a donuveBas kucnota MCronb3yeTcs
ons cvHTesa JHK. 3ToT npouecc ocobeHHO BaXeH A1 HOPManbHOrO GYHKLIMOHUPOBaHUS TEX TKaHEeM, KNeTKU KOTOpPbIX
[enarca Havbornee WHTEHCUMBHO: 3PUTPOLMTBI, JIMMOOLMTBI, JIEMKOUMTDLI, 3MUOEPMUC, KITETKM BOSTOCSHbIX GOMInKY,
anutenuanbHble kneTkn XKT.

AneHosunnkobanaMmMH UCMONb3yeTcsl KNETKOM B peakuusix pacraja U CUHTE3a XXMPHbIX KWUCIOT, BXOOSIWMX B COCTaB
MUENMHa, TakMM 06PasoM MOAOEPXKMBAETCS HOPMasibHas Nepefada HEPBHOro UMMynbca. HegocTtaTtok BUTaMuHa B12 nvbo
HapyLeHWe ero YCBOEHMUS! MPUBOAST K HAKOMMEHUIO METUIMaNIOHOBOM KNUCIOTbl M TOKCUYECKOMY MOBPEXOEHWIO HEPBHbIX
KNEeTOK, YXyOWEHMIO MWEeNMHU3ALMM HEpBHbIX BOSIOKOH. C OPYroM CTOPOHbI, YXyAWaeTCs 3pUTPOMO33, BO3HWKaeT
MaKpouuTapHas WM MEepPHULMO3Has aHeMus. HapyleHue npouecca MeTUNMPOBaHWS MPUMBOOMT, B YacTHOCTW, K
3aMe[IeHMIO BbIPabOTKM HEMpOMeamaTopa aLeTUIXoMHa W YTUIW3aLMM FrOMOLMCTENHA.

NccnepyeMble reHol

FUT2

Kooupyet  a-1,2-dykosuntpaHcdepasy -  depMeHT cpeoy KOTOpbIX - aHTUreHbl rpynnbl Kposu (A, B) wu
annaparta Fronbmxu. reH 3KCnpeccupyeTcs BHYTpeHHUN ¢akTop Kacna. Peakumsi npucoeamHeHus
MPeMMyLLeCTBEHHO B [OBEHagUaTUMEPCTHON  KWLLKe, octatka L-dpykosbl kK dakTopy Kacna cnocobcreyeT ero
Xenyoke, >KesYHOM  ny3bipe, MULEBOAE,  CITIOHHBIX BbICBOOOXAEHMIO 13  KneTku. [pu  nmonvmopdusme
xenesax, TOHKOM KNLLEYHMKE. DyHKLUMA FUT2 3aTpyoHsieTcs 3TOT Mpouecc U cekpeuuss 6enka, Mo
3aK/IOYaeTCs B OCYLLUECTB/IEHUMM  KOHEYHOW  CTapmm npuyYHe KOTOPOW ObpasoBaHWe KOMMIeKca BUTaMUHA
CUHTE3a CO3PEBAIOLLMX MNKOMPOTENHOB U TUKONUMUAOB. B12 ¢ ¢pakTopom Kacna nponcxoauT penko, a CBOOGOAHbIN
®epMeHT  npucoeouHsieT  octatok  L-dykosbl Kk LMaHokobanaMnH  paspyliaeTcsl B MULWEBAPUTENTbHOM
ONUrocaxapuaHOM YacTW MUKOMNPOTENHOB, TpakTe.

3aksitoyeHue

leHeTUYeCKUA aHanmM3 Nokasar, YTo y obcneayemMoro cpefHui pyuck pasenTust geduumta ButamMmmHa B12. BoaMoxHO
pasBUTVE aHEMUK, HEBPOJIOrMYECKMX HapyLeHnn, anddy3HOM anoneLmm BCeacTsMe MoBbIlLeHHOro paspyLeHys B12 B
KKT.



ObcnegoBaHUS

O6cnenyeMoMy xenaTesibHO NPOBEPUTb KOHLEHTPaLMW BUTaMyHa B12 B KpoBM 1 METUIMa/TOHOBOW KUCTTOTbI B MOYe™.
Takke MOXHO cOaTb AOMOMHUTENbHBIV aHaIM3 Ha aHTUTeNa K BHyTpeHHeMy dakTopy Kacna*. MoBbiweHne obbema
3PUTPOLIMTOB B OOLLEM aHann3e KPOBW MPY aHEMUM MOXET TakxXe CY>XUTb nokasatenem geduvumra ButammHa B12*.

PekoMeHgaLmm rno npodunakTmke

O6crnenyeMoMy LienecoobpasHo yBENNUYUTb NoTpebneHne NpoaykTos, 60raTbix BATaMUHOM B12: neveHu, Msica U pbiBbl*.
MoMUMO 3TOro, eMy XenaTesneH OOMONHUTENbHDBIA KypCOBOM NMpUeM BUTaMuHa B12 B cyTouHOM 003MpoBKe MO
HasHaYeHuo crieLmanmcTa®.



‘ Puck rmnepromMmoumncCremHeMmmm

Pe3yn bTaT reHeTn4eCkKoro aHaszim3a

leH MNonumopdusm leHotMn YacTtoTa Pesynbtat AdPekT

MTHER rs1801133 C/C 51% rlpe,ﬂ,paCI'IOJ'IO)KeHHOCTb K CHMXXeHHOMY YPOBHIO @ @

roMoumcTenHa B Kposum

FfoMoumMCTEMHEMUST — COCTOSIHME, MPU KOTOPOM Habio4aeTCs MOBbIWEHHAs UM BbICOKask KOHLIEHTPaLMS rOMOLUMCTENHA B
nnasme kposu (6onee 10-15 MKMOnb/M), Bbi3blBalOWEE Kak TPOMOOreHHble, TaK WM aTeporeHHble MaTonorvy COCYOOB.
HapyweHune mnmeeTt kog E72.11 B MKB-10. OMOUMCTENHEMUM CMTIOCOBCTBYIOT HU3KUM YPOBEHD PU3NUECKON aKTUBHOCTW,
yroTpebneHve kode U ankorons, KypeHue, HexBaTka HEKOTOPbIX BUTaMMHOB Ipyrmnbl B, Tepanus aHTaroHMcTamm
ponreBor KUCNOTbIl, MPUEM OparbHbIX KOHTPALENTMBOB WM aHTaUMOOB, AMEeTa C BbiICOKUM COOEPXKAHWMEM METUOHMHA,
NleyeHne npenapaTaMmu-uHrMeuTopamMu ournopodonaTpenykrasbl U FreHeTUYeckMe HapyleHus B pabote ¢$hepMeHTOB,
Yy4acTByOWMX B METABO/IM3ME FOMOLIMCTEMHA.

OH obpasyeTcsl U3 METUOHMHA MyTEM OTLLEMIEHNS] METUIBHOW MPYMMbl, KOTOPasi UCMOb3yeTCs /151 CUHTE3a HEKOTOPbIX
BelecTs, MeTunmMpoBaHus OHK, MHakTBaLMWM rOPMOHOB, MEAMATOPOB U OEeTOKCMKaLMU KCEHOBMOTMKOB. OMOLMCTEWH
SBNSETCH TOKCMYHbIM BELLECTBOM M MMeeT ABa NyTW yTunmsaumn: 1) peMeTUnMpoBaHWe B METUOHMH; 2) NpeBpalleHve B
LMCTEMH, C MOCnenyloWw M1 nNpeobpa3oBaHUsMK U BbiBeAEHMEM Yepe3 Moudku. [lepBbii MyTb 3aBUCUT OT paboTbl
pepmeHTOB MeTunTpaHcdepas: O6eTanH-roMOUMCTEVH- MeTunTpaHchepasbl (BHMT) m  MeTuoHWH-cuHTasbl (MTR).
MICTOYHMKaMN MeTUNbHOM Ipynnbl sBnstoTcs 6eTanH unu 5-meTuneHteTparmgpodonat. KodpaktopoM MTR  ciyxur
BUTaMMH B12. Mpn pemMeTunvpoBaHUM B 3TOM Crllydae Heobxodum cybcTpaT 5-MeTunteTparngpodonar, KOTOopbiM
obpasyeTca 6narogaps pabote depMeHTa MeTuneHteTparvopodonatTpenykrtasbl (MTHFR) - knioueBoro depmeHTa
[aHHOro MeTabonmMyeckoro nyTW, MonMMopdraMbl B FeHE KOTOPOro Hambonee BaXHbl U M3yyeHbl. BTopon nyTb
obecrneymBaeTCsl HECKONMbKUMU epMeHTaMK, O/1s1 KOTOPbIX KOhaKTOPOM BbICTyNaeT BUTaMUH B6. Mpu HapylleHun aTux
MPOLIECCOB MPONCXOOUT aKTUBHOE HaKOrM/IeHMe rOMOLMCTEMHA W, Kak CneacTBue, NMoBpeXaeHe COCYAoB YXXe B paHHEM
BO3pacTe.

Nccnepyemble reHbl

MTHFR

KooupyeT MeTuneHTeTparngpodonarpenykTasy - leH akcnpeccupyeTcs MOBCEMECTHO, OCOBEHHO CUTbHO B
LMTO30MbHbIM ~ GEPMEHT, Y4YaCTBYIOWMA B  peakumsx KOCTHOM MO3re, Nierkux, WMUTOBUOHOW Xernese, sSndHMKax
METUIMPOBaHUS OHK, PHK 7] aMUHOKUCAOT. 7 ceneseHke. NcecnepyeTca ons BbISIBIEHUS
OestenbHOCTb depMeHTa CrnocobCTBYeT MpeBpaLleHMo reHeTU4Yeckom rnpenpacrioNoXeHHOCTU K
rOMOLIMCTEMHA B METUMOHWH MpU Hanmymm KodakTOpOB: rMneproMoumcTeMHeMMK, TPOMOO3aM, aTepOCKIeposy,
BUTaMMHOB B6 1 B12 1 cybcTpata - GOnmMeBon KUCNOThI. OCNTOXHEHUsSIM  BepeMeHHOCTW. [MonuMopdmnamM B 3TOM
MTHFR BOCCTaHaB/IMBaET 5,10- reHe CBsi3aH CO CHWXKEHWMEM CKOPOCTU OeTOKCMKauumn
MeTuneHTeTparvgpodonat 0o 5- rOMOUMCTEMHA U YBENTUYEHMEM MOTPEOHOCTU B GONMEBOMN
MeTunTeTparmgpodonarta. Mpw nonumopdusme Kucnore.

CHMXaeTCA aKTUBHOCTb OaHHOIo npouecca.

3akJioueHue

FeHeTUYECKUIN aHaIM3 MoKasasl, YTO Y 0BCIeQyeMOoro HU3KUIA PUCK PasBUTUA roMoLMCTEMHEMUU, OCNOXHEHWS NPy
6epeMeHHOCTU, TPOM603bl MarloBePOSATHbI.



ObcnegoBaHUS

He BbIsIBNEHO HEOBXOOMMOCTU B PEry/ISIPHOM MPOBEPKE YPOBHS roMoLMcTeMHa. OOHaKO BCE Xe XenaTenbHO Y6eauTbes B
OTCYTCTBUM Yy OBCNIeqyeMoro MoBbILLEHHOMO YPOBHS METUOHMHA B M1a3Me KpoBW*. Takke MOXeT OblTb Moe3Ho
[OMNoNHUTENbHOE obcnenoBaHne AN UCKoUYeHUs OpyrnX GakTOpOB pMUcKa FOMOLIMCTEMHEMUN: LIESTMAKMA, MOYeYHOM

HeJOCTaTOYHOCTU, rMNoTupeo3a*.

PekoMeHgaumm rno npodunakTmke

He BbisBNeHoO HeobxoamMocTy B npreme BAOB O/1si Koppekuuy YpOoBHS roMoLupmcTenHa. OoHako B 1l0O0M Crlydae CTouT
KOHTPONIMPOBaTb yroTpebneHne NpooykToB — MCTOMHUMKOB METUOHMHA: MSCa, MOMOKa, Cbipa. PekomeHayeTcs
MOJTHOLEHHOE W1 CHanaHCMpOBaHHOE MUTaHWe, Gur3nyYeckas akTUBHOCTb, KOHTPO/Ib YNoTpebneHus Kode, ankorons,
KypeHUsi. B HEKOTOpbIX Crydasix BO3MOXHO HasHa4YeHMe OOMOHUTENBbHOrO npremMa nupuooKcuHar.



ButammH C

Pe3yn bTaT reHeTnu4eCKoro aHasim3a

leH MonumopdusmM TeHoTMn YacTtoTa Pesynbtat AddekT

MpenpacronoXeHHOCTb K HNM3KOW 3bdEKTUBHOCTU e
ycBOeHMs BUuTammHa C

SLC23A1 rs33972313 A/A 0,4%

ButammH C - 3TO BOOOPACTBOPUMbBIA MWUKPOHYTPUEHT, MPUHUMAIOWMIA ydacTMe BO MHOXECTBe MeTabonmyeckmx
npoueccoB. OH BbICTyMNaeT B Ka4ecTBe KohakTopa B CMHTE3e KOJ/lareHa, KapHUTUHA U HEKOTOPbIX HEMPOTPaHCMUT TEPOB,
MCMonb3yeTcsl B MeTabonmMaMe TUPO3WMHA, CTUMYSIMPYET YCBOEHME Xerle3a B KUWEYHUKE U CrOCOBCTBYET CHUXEHUIO
KPOBSIHOMO [aBfeHWs.. 3TOT BUTAaMUH SIBMSIETCA MOLLUHBbIM BOCCTaHAB/IMBAOLWMM areHTOM U akLUenToOpoM CBOBGOAHbIX
pafyVKanos.

ButaMuH C He 0bpasyeTcsl B OpraHMaMe YenoBeka M OOMKEH MOCTYMaTb C MULLEN B JOCTaTOMHOM KonudvecTtse. CoracHo
OaHHbIM, B Poccum B HacTosiee Bpemsi geduumT 3TOro BUTaMUHa MpPaKTUYEecKM nepectan BcTpedaTtbes. OmHako,
HEeLOCTaTOK BUTaMMHa C MOXET BO3HWKAaTb Y SIH0AEN, NPUaepPXMBAOLWMXCH Creumduyeckon Unm orpaHUYeHHON OUETbI,
3710yNOTPEGNAOLUMX ANKOrONEM U KYPEHUEM, @ TakKe MPU HAJTUUYMN FreHETUYECKON NPeapacrnonoXeHHOCTU K AedULmTY.

NccnenyeMble reHbl '

SLC23A1

KooupyeT HaTpWiA-3aBUCUMBIA MepeHoCcYMK BuTaMuHa C nomxenyaoyYHon xenese. OnpeneneHHble BapuaHTbl reHa
(SVCT1). SVCT1 orBeyaeT 3a nomouleHve BuTammHa C SLC23A1 cBsi3aHbl CO CHMXXEHHbBIM YPOBHEM BUTaMuHa C B
KNeTKaMU 3MNUTeNUS KULeYHMKa 1 ero peabcopbumio B nnasme KpoBW.

noukax. leH SLC23A1 akcrnpeccupyeTcs B OCHOBHOM B
rNeyYeHu, NoYkax, Jierkmx, TOHKOM KULWKe U

3akJioueHue

FeHeTUYeCKUIN aHanM3 rnokasar, YTo obcrenyembiv NPeapacroNnioXeH K CHUXXEHHOMY YPOBHIO BUTaMMHa C B rniiasme
KpOBU.

ObcnegoBaHUS

O6cnenyeMoMy pekoMeHayeTCs NepuoaMyeckn caaBaTb aHa/IM3 Ha YpoBeHb BUTaMMHa C B KpoOBW. Mpy BbISIBNEHUM
nedvumTta BuTaMuHa C KoppeKkLmMs HazHauyaeTcs BpadoM. O6cneayeMoMy BaXHO GbiTb BHUMATENbHbBIM K CUMIMTOMaM
nerkoro geduumta BuTaMmHa C, BK/IKOYaIOWMM HEAOMOraHe, YCTanoCTb, Pa3apaXnTeslbHOCTb, MOTEPIO anneTmTa, 60sb B
CyCTaBax W1 MbilL@aX, BOCMa/ieHe OeCeH, YacTble KPOBOTEUYEHMS 13 HOCa.



PekoMeHOaLmMM No npopuniakTuke

O6cnenyeMoMy BaxXHO BKIItOYaTb B PaLMOH 60/blloe KONMMYECTBO MPOAYKTOB, 60raTbiX BUTaMUHOM C. STOT BUTaMUH B
60MbLUMX KONTUYECTBaX COOEPXKUTCS B LIUTPYCOBBIX, MIOAAX LUMMOBHMKA (MOXHO YNOTPe6naTb B BMOE CUpOra UMK HacTosl),
6onrapckoM nepue, 6pokKonn, NnomMmaopax, kaptodene, kabaukax 1 ApYrvx oBoLax. XKenaTenbHO ynoTpebnsTb NX B MLy
CBEXMMMU, TaK KakK Mpu OJINTENIbHOM XpPaHeHUW (a Takke Mpu BO3OENCTBUM BbICOKMX TeMMepaTyp) BUTaMmH C paspyluaeTcs.
Mpwn Bapke BUTaMUH C Nierko nepexoamT 13 NpoAyKTOB B BoAy. YKenaTesibHO ynoTpebrieHmne nuweBbix JO6aBoK C
BUTaMWHOM C*, 0COBEHHO Npu OeNcTBUN GaKTOPOB, CHMXKAIOLWMX ero GUOAOCTYNHOCTb: MPU CTPecce, BUPYCHbIX
MHbEeKUMSX, MprUeMe aHTUOMOTUKOB 1 06e36onmBatoLLMX cpeacTB. OgHako yrnoTpebneHne 61ogobaBokK, cooepKaLmx
BUTaMUH C, HE PEKOMEHAYETCS NMpW HaSIMYUM FEHETUYECKOWN MPeapacrionioXXeHHOCTM K reMoxXpoMaTosy. Kpome Toro,
Ba)KHO OTKa3aTbCsl OT KypeHUsl, OrPaHUYUTb YrioTpebrneHne ankorons 1 nsberatb U3BbITOUHOrO YD-0BnyYeHnst KOXWU,
MOCKOSIbKY OHO MPUBOOUT K O6edHEeHWo 3araca BuTaMmHa C.



PereHepaumsa KosH3mMa Q

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdusm leHoTMn YYacTtoTa Pesynbtat AdPekT
I'Ipe,u,pacnonoerHOCTb K CHUXXEHHOWM aKTUBHOCTU

NQO1 rs1800566 T 4,8%

Q 4 ° NAD(P)-x1HOH okcraopenykTasbl Tvna 1 SRS

KosH3MM Q - 3TO XMPOPaCTBOPWUMbIA KODEPMEHT, BaXHEWMIUMI YYaCTHUK 3HEepreTMdeckoro obMeHa KIIeTKW,

OCYLLECTBSIOLMIA NEePEHOC SIEKTPOHOB B ObIXaTeNIbHOM Lienn MUTOXOHAPUN. KpoMe TOoro, KOaH3nM Q SBMSeTCS MOLLUHbBIM
QHTWNOKCWOAHTOM, 3alUMLIAIOWMM  MN1a3MaTUYeckne MeMOpaHbl OT  akTMBHbIX GOPM  KUCIIOPOAA W MOAABNASIOWMIA
NepeKUCHOEe OKUCIEHME NUMUAOB. Tak)Ke OH MOXET MCMONb30BaThCs KIETKOM O/151 pereHepaLm BOCCTaHOBIEHHbIX GOpM
OPYrX aHTUOKCUAAHTOB, TakuX Kak d-Tokobepor 1 ackopbar.

KoaH31M Q MOXEeT CylecTBoBaTb B okMcneHHon (CoQ), YaCcTUYHO (CEMUXMHOH) M MOMHOCTbIO BOCCTaHoBeHHoM (CoQH2)
dpopMax. PereHepaumto ero aHTUokcupaHTHoM dopMmbl (CoQH2) ocywectenseT depmeHT NQOT, okcupopemykTasa
nrasMaTMyeckon MeMbpaHbl. SbPeKTMBHOE BOCCTaHOBMEHME KO3H3MMa Q UrpaeT BaXHyl posib B 3allMTe KNeTku OT
OKUCASIOLWMX areHTOoB. OKUCUTENbHBIA CTPECC CMOCOBCTBYET PasBUTMIO MHOMMX MaTONOrMYeCcKMX MPOLIeCCoB, BKIIHOYast
OHKO- U ayTOMMMYHHble 3aboneBaHus, 6one3Hb ArbLrerMepa, aTepOCK/IEPO3, apTEPUArIbHYIO MTMMNEPTEH3MIO U CaxapHbIA
omaber.

NccnepyeMble reHbl

NQO1

Koovpyet depmeHT NAD(P)-XVHOH OKCMOopeayKTasy
TMNa 1, KaTa/M3MPYIOWMIA BOCCTaHOBIEHME XMHOHOB [0
rMOpoOXMHOHOB 3a cueT okucneHns NADH (unn NADPH).
NQOT1 yuyacTByeT B 6GMOTpaHCHOPMaLMN KCEHOBUOTHKOB,
[Ee3aKTVBMPYS 3K30TMeHHble TOKCUYHbIE  COEOUMHEHMS.
OnHOBpPEMEHHO 3TOT  (QEepMeHT  PYHKLUMOHMPYET  Kak
KOMTMOHEHT AHTMOKCWOAHTHOM CUCTEMBbI KNeTKM,
NpensTCTBYs 06pPasoBaHUIO CBOOOAHbBIX PaavKasioB MyTeM
pereHepaLmMmM  aHTUOKCUMOAHTHbIX (QOPM  YOUXMHOHA W
BuTaMuHa E. Takke NQOT npepoTtBpallaeT obpasoBaHme
CEMUXMHOHOB, KOTOPbIE MOIyT

B3aMMOLENCTBOBaTb C  MOJEKY/ISPHbIM  KUCITOPOAOM  C
06pasoBaHMEM aKTUBHBIX GOpPM Kuciiopoda M asoTa. [eH
NQO1 akcrpeccvpyeTcss  MOYTUM  BO  BCEX  TKaHSAX
OpraH1aMa, MpuyYeM ero MnpoaykuMs B KeTKe 6biCTpo
YBENIMUYMBAETCSA NPU BO3OENCTBUM Pas/INMYHBIX CTPECCOBbIX
dakTOopOoB, BKJTIOYad OKUCNUTENbHbI cTpecc.
OnpepeneHHble MonMMopdUaMbl B 3TOM MreHe CBsi3aHbl C
MOBLILEHHOM  YSI3BMMOCTBIO  OpraHmMaMa K [OeUCTBUIO
OKUCIIUTENbHbIX areHTOB M C 3abosieBaHusSMK, KOTOopble
MoryT 6bITb CMpPOBOLIMPOBaHbI YCIOBUSIMA
OKUCITUTESTbHOIrO CTpecca.

3akJiroyeHmne

leHeTUYecKU aHanms BoISBAM Y 0B6CriefyeMoro npeapacronioXeHHOCTb K CHUKEHHOM akTuBHOCTUM NAD(P)-X1MHOH
oKkcnpopeaykTasbl TuMa 1. MoBbllweHa YS3B1MMOCTb OpraHMaMa K AeMUCTBUKO OKUCTIUTENbHbIX areHTOoB.



ObcnegoBaHUS

O6cnenyeMoMy pekoMeHOyeTCs MePUOAMYECcKM CaaBaTh OOLMM aHaM3 KPOBW, aHalu3 Ha NerKoLmMTapHylo GopMyry M Ha
CO3, onpenensitb YpoBeHb TIHOKO3bl B KPOBW. Takxke eMy peKOMeHOyeTCs CrieuTb 3a YPOBHEM OKUCTIUTESTbHOMO CTpecca
B OpraHM3Me: caaBaTb aHaM3bl Ha cogepykaHne MasioHOBOro Auvanbaernaa, koaHsmma Q10, sutammHa E, ButammHa C,
6eTa-kapoTuHa, 8-OH-ae30Kc1ryaHo3MHa, yTaToHa BOCCTaHOBNEHHOMO B KpoBW. KpoMe Toro, s o6crienyemMoro
XernaTesbHO NepuoamnYeckm CoaBaTb aHa/IM3 KPOBWM Ha aHTUMEH MITIOCKOKIETOYHOW KapLWHOMBbI, aHTUreH CA 19-9, Tumor
Marker 2, a Takke NpoXoauTb 330¢paroracTpodyoneHoCKonmio*. MNepruogmnyecku eMy cnenyeT OCMaTpuBaTb KOXY U
obpallaTb BHUMaHKMe Ha Sitobble HOBbIE, U3MEHSIIoLIME LUBET U GOpMY, 3yasdlipe 1 KpOBOTOYaLLME POAVHKW, pOOMMbIE NSTHA
M NOBPEXAEHUST KOXMW, PErYNSPHO NoceLlaTb AepMaTosiora-oHKOMora. XeHLuwyHaM pekoMeHayeTcsl Nepuogmnyeckm
npoxoanTtb Y3W MonoYHOM Xxenesbl, coaBaTb aHasn3bl Ha OHKOMapKepbl MOMToYHOM xenesbl: POA 1 CA15.3. OcobeHHO
BaXKHO MPOXOauTb OaHHble obcnenoBaHus niogam ctapwe 50 neT.

PekoMeHgaumm rno npodunakTrke

Ob6cnepnyeMbi MPeapacrnonoXeH K MOBbILLEHHOMY PUCKY HapylleHWs 6anaHca Mexay npo- W aHTUOKCUOAHTHbIMU
cucTeMaMm opraHuama. 151 Hero BaXXHO OrpaHUYMTb BO3AENCTBME TOKCUYECKMX BELLECTB OKpYXatoLen cpedpl. Takke
obcnepyeMoMy peKOMeHAyeTCs 3alpmLaTh KOXY OT ynsrpaduoneTta . Kpome Toro, obcreayeMomy BaXKHO NOAAepXmMBaThb
HOpPMaribHbIM BeC. EMy pekoMeHayeTcs perynsipHas Gusamnyeckasl akTMBHOCTb YMEPEHHOW MHTEHCUBHOCTM, XXeNaTeslbHO OT
3 pas B Hepgento. ObcnenyeMoMy He peKOMeHAyeTCst YNoTpebnsaTb HanNMTKM 1 efy B OMeHb ropsiieM Buae, a Takke
HeOb6XOAMMO OrpaHMYNTb YroTpebneHmne ankorons. EMy BaXHO npuaepXXmBaTbCs pasHOOBpasHOro paLyoHa ¢ 60sbLUnM
KONMN4YECTBOM OBOLLEN, PPYKTOB U LIENIbHO3EPHOBbIX MPOAYKTOB. Takke eMy XenaTesibHO YyNoTpebnsTb B MLy NpoayKTbl,
6oratble donatamm 1 BUTaMMHOM BB. O6cnenyeMoMy He pekoMeHOyeTCs 3110ynoTpebnsaTb 06paboTaHHbIM MSICOM. Mpu
MPUroTOBNEHUM MsCa XenaTenbHO OTAaBaTb NPeArnovYTeHe MeTOAaM BapKuW, TYWEHUS 1 FOTOBKM Ha napy. Bo3aMoxHO
ynotpebnerue ButammHoB A, C 1 E B B1ae 61nogobaBok (Mpy OTCYTCTBUWM NPOTMBOMOKa3aHUIM U MO COMTIacoBaHMIO CO
crieupanmcTom®).



e % l Fe

o) MeTabonnam xenesa

Pe3yn bTaT reHeTu4eCckoro aHasim3a

leH MNonumopduam TeHoTun YacrtoTa PesynbtaT b dekT

HEE rs1800562 G/G 91.7% Puck pPa3BUTNA reMoXpoMaTo3a Nno AaHHOMY @ @

MexXaHn3My He NoBbllleH

HEE rs1799945 c/C 69.2% Puck paaaz;m(:HrMe:r?xpOMaToaa o OaHHOMY ® @
Y HE MOBbILIEH

Keneso aBnseTca BaXHEMWWMM 31IEMEHTOM, YYacCTBYIOLWMM BO MHOXECTBE MPOLECCOB B OpraHn3me. B nepsyto o4vepegb,
Xeneso TpebyeTcs AN CMHTe3a reMa, GYHKUMOHArIbHOM COCTaBnstoller reMormobuHa, M ans paboTbl GepMeHTOB,
KaTanmMsmpyoLLMX OKUCITUTETbHO-BOCCTaHOBUTESbHbIE peaKkLMK. YKeneso nocTyrnaeT B OpraHuUaM C MULLEN K BCacbiBaeTcs B
KULWEYHMKe. B nnasmMe KpoBM OHO UMPKYNMPYET B CBSI3aHHOM COCTOSIHUM, B OCHOBHOM C 6e51kOM TpaHCheppUHOM.
TpaHCMopT Xenesa B KIeTKM MPOUCXOAUT MNPV B3aMMOAEWCTBMM KOMIIIeKca Xeneso-TpaHcdepprH C MeMOpaHHbIM
peLenTopoM K TpaHCheppUHY.

leMoxpomaTo3 — 3TO 3aboneBaHVe, NMPOSBSIOLEECs B M3ObITOYHOM HaKOM/IEHUM Xernesa B TKaHsX. PacnpoctpaHeHHOCTb
3aboneBaHusl cocTaBnsieT nMpuMmepHo 2-3,3 cnydas Ha 1000 4yenosek (Cpeau NOAer eBpOorneoVAHOM pachl), MPUYEM
MY>XXYMHbI 60NeT NPUGIM3UTENBHO B 5 pa3s valle XeHWwyH. CKITOHHOCTb K MeperpysKke >Xene3oM B OONbLUMHCTBE CITy4YaeB
obycroBneHa HannumeM MnorMMOpPOU3MOB B MeHax, KOAMPYHOLWMX 6enKun-perynstopbl ero romMeocrasa. CuMnToMamm
neperpyskm >enesoMm MoryT OblTb YCTanocTb, 60/b B MpaBOM BepxXHEM OTOeNe XMBOTa, 6Oonu B CycTasax,
XOHOPOKasbLUMHO3, CHWXEHWEe nubuaoo, CUMMTOMbl CEPAEYHOM HEeOOCTaTOYHOCTW, YCUIEHUE TMUIMEHTaUMM  KOXM.
Meperpyska >xene3oM MOXET MPUBOAUTb K MOBPEXAEHUSIM TKaHeW 1 CrocobCTBOBaTb PasBUTUIO Takmx 3aboneBaHuni, Kak
$d1b6pPO3 1 LMPPO3 MeYveHn, caxapHbivi AuabeT 1 apTporaTus.

NccnepyeMble reHbl

HFE

KoaompyeT TpaHCMeMOpaHHbI 6e/10K CEMEMCTBA T1aBHOrO 6enka rencuovHa, KIOYEBOro perynsTtopa 6anaHca
KOMr/1eKca MMcToCOBMEeCTUMOCTU Knacca 1. OcHoBHasa ero xenesa. leH HFE skcnpeccrpyeTcst BO MHOMMX TKaHSX U
PyHKUMA - 3TO perynsums agcopbumm xenesa. benok opraHax,  BKk/OYas  XKEeNyoouHO-KULIEYHbIA  TpaKT.
HFE cBs3biBaeT TpaHCHEpPpPUHOBbIE  peLenTopbl U OnpepeneHHble NonMMopdraMbl B 3TOM reHe MOoryT ObiTb
CHWXaeT WX CPOACTBO K TpaHcheppuHy, OrpaHuymBas CBSi3aHbl C WM30bITOYHbIM HAaKOMJIEHWEM XXenesa B
MNoCTyrfieHVe Xenesa B kneTkn. Takke HFE BnuseT Ha OpraHM3Me U apTepuanbHOM r’MNepTeH3nen.

nMpoAyKLMio

3akoveHme

[eHeTUYeCKNN aHan13 nokasan, uYTo Yy o6cnep,yeMoro OTCYTCTBYET Npeapacrnosio)KeHHOCTb K pa3BUTUIO reMOXpoMaTOo3a
Mo OJaHHOMY MeXaHN3MY.



ObcnegoBaHUS

Mpn NosiBNEHNN KaKMX-NMBO CUMMTOMOB MEepPerpy3Kkm XXene3oM XeraTeslbHO CcOaTh aHanm3sbl Ha GeppUTKH, TpaHChEPPUH,
YPOBEHb Xenesa, bounmpyouH, anaHMHaMUHOTpaHcdepasy, acnapTaTaMMHOTPaHChepasy U obwmii 6e/0K B ChbIBOPOTKE
KpOBW, CAenaTb obLpe aHanu3bl KPOBU U MOYM, aHanm3 Ha COD*.

PekoMeHOaLmm no NpodunakTmke

Mockonbky y ob6crieyeMoro He BbISIBIIEHO MPeapacriofioXXeHHOCTU K reMOXPOMAaTOo3y, PUCK PasBUTUSE 3TOrO 3aboreBaHus!
HU3KMIA. OOHaKO Meperpyska Xene3oM MOXET PasBUTbCS MPW orpenesieHHbIX YCIoBUSX (MepesiBaHue KPOoBU,
3noynoTpe6nerve BAL, conepxalummm xeneso).



@ BeretapmnaHcTBO

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdunsm leHoTMn YYacTtoTa Pesynbtat AdPekT
FUT2 rs602662 A/G 49% CHMXeHa cekpeLmsl BHyTpeHHero dakTopa Kacna ® 6
BCMOT1 rs12934922 AJA 35% Beicokas :;:g?ﬁ;:;f:;:fap"m”‘ ® @
VDR rs1544410 G/G 31% BblCcoKasi 9KCMpPeccus peLerntopoB K BUTaMUHy D ® ®
FADS1 rs174547 T/C 41% CHMXEHa aKTMBHOCTb AecaTypasbl XMPHbIX KMCOT 1 ® 6

BeretapraHCTBO - cCUCTEMa NUTaHUS, OBbEAMHSIOWAs HECKONbKO PasHOBWOHOCTEW, OCHOBaHHasi Ha 3HaYUTENIbHOM
npeobrafaHUM B paLMoHe pacTUTENbHOM MUWM. BeraHcTBO nogpasyMeBaeT MoSIHOe UCKIIIOYEeHWE MPOLYKTOB XXMBOTHOMO
MPOUCXOXOEHNS, NIAKTOBEreTapMaHCTBO AOMYCKaeT MOSIOYHbIE MPOLYKTbI, JIaKTO-0BO-BereTapyaHLpbl ynoTpebnsioT ele U
AL, Necko-BereTapuaHLbl — pbiby. Y BereTapnaHckon AMEeTbl €CTb HEOCTIOPUMbIE MPEMMYLLECTBA.

TepMuyeckn HeobpaboTaHHble OBOLUM U GPYKTbI SBASIOTCA UCTOYHUKOM MWHEParioB MarHWs U Kanusi, BuTamMuHoB C U E ¢
QHTUOKCUMOAHTHOM  PYHKLMEN, MULLEBbIX BOMIOKOH U APYrnMX (GUTOHYTPUEHTOB, KOTOpble O6nafaloT  CUMHEPrnYHbIM
OENCTBUMEM U MOIYT UCMOMb30BaTbCs B MPOGUNaKTUKE  PasBUTUS  AUCIIUMMAOEMUK,  WUHCYSTMHOPE3UCTEHTHOCTU,
NMpenoTBpallaTb CUCTEMHOE BOCMafieHVME U OKUCIUTESNbHbIM cTpecc. OTCyTCTBME Msca M svL, B MULLE MPUBOOUT K
CHWKEHHOMY TMOITIOWEHMIO HACILLEEHHBIX XMPHBIX KUCITOT U XONEeCTEePUHa, YTO CrOCOBCTBYET MoTepe U36bITOYHOro Beca.
BereTapuaHckaa OveTa UCKIIoYaeT pasBUTUE MOOArpbl, CHWXaET daBfeHVEe U PUCKU PasBUTUS CepaeyHO-COCYOUCTbIX
3aboneBaHun. Bnarofapsi GOMbLIOMY KONMMYECTBY KETYaTKM WM WUCKIIOYEHUIO MsiCa MeHblue obpasyloTcs U nerde
BbIBOASITCS TOKCUHbI. OOHaKO eCTb psif, HEAOCTaTKOB TakoM AMETbI.

BoboBble, opexu, 3/1ak1 U MX MNPOPOCTKN codepXaT GUTUHOBbIE KUCIIOTbI, KOTOPbIE CBA3bIBAOT MOCTYyrarowme C nuwen
MUWHeparbl, YTO MOXET MPUBOOUTbL K PasBUTMIO OCTEOMNOpPO3a M Kapueca. BereTapraHCKMin paLmoH NvweH BuTamMmHa B12,
UTO SBNSIETCH BaXKHbIM GaKTOPOM PasBUTUS aHEMUU. [edbUUmMT He3aMeHUMbIX aMUHOKMUCIIOT W BUTaMKHa D oTpuuaTtesibHo
CKasblBaeTCs Ha OYHKLUMOHMPOBAaHUM MMMYHHOM CUCTEMbl. [eHeTUYeckMe OCOBEHHOCTM OMpPedensitoT apanTUBHOCTb K
BEreTapuaHCTBY, U MpU HEKOTOPbIX COMETaHUsX Takasi cUcTeMa NMUTaHUs He MoaXoamT.

NccnepyeMble reHbl

BCMO1 VDR

Koompyet ¢epMeHT  B-KapOTMH-MOHOOKCUreHasy 1, KooupyeT sigepHbii peuentop VDR (TPaHCKPUMUMOHHDINA
KOTOpbIA y4acTByeT B MPEBPALLEHUM KapOTUMHOMOOB B dakTop), KOTOpbIM  CBS3bIBAET  KalbUMTPWON  O/is
petnHon. BCMO1 katanusmpyeT NMMUTUPYIOLLYIO CTaauio OCYLLECTBNEHUS perynsaumm aKCnpeccm MHOroYMCIeHHbIX
3TOro npouecca - OKUCIUTENbHOE pacluennieHne B- VDR-4UyBCTBUTENbHBIX MeHOB. PeuenTtop K BuUTamMuHy D
KapoTHa Ha  OBe  MOMeKyfbl  TpaHC-peTuHans. 3KCMpeccrpyeTcs BO BCEX TKaHSX OpraHvaMa C pasHoMm
SKcnpeccrpyeTcsi B OCHOBHOM B TOHKOM KULLEYHUKE U MHTEHCMBHOCTbIO, HO  Hambornee aKTMBHO - B
OBEHafLATUNEPCTHON  KULWIKEe, pexe - B  TONCTOM 3HTEepoumuTaXx, anugepmuce, KreTkax KOpblI
KUWEYHWKe, >Kenyake, Moukax, >XesluHOM  ry3bipe. HaarNo4euYHKOB, MUENOUOHbIX KneTKax. Mpwn
MonuMop®dmn3M  MpUBOOUT K  CHWDKEHUIO  CKOPOCTU nonmuMopduramMe BO3pacTaeT pPUCK PasBUTKS OCTEOMNOPO3a.

pacllenneHna KapoTnMHOMOOB.



FUT2 FADS1

Koounpyet depMeHT anbda-1,2-pykosmntpaHcdepasy. KoompyeT pecatypasy 1 XUPHbIX KUCIOT. DepMeHT
SkenpeccuvpyeTc B ABEHaAUATUMEPCTHOM  KULLKeE, KaTanmMsmMpyeT peakLpio CUHTe3a apaxWOoHOBOW KUCNOThI
Xenyoke, >KenyHoM Mysbipe, MuWeBode,  CIIIOHHbIX M 3MKO3areHTaeHOBOW KUCIOTbl U3 oMera-3 u omera-6
Xenesax, TOHKOM KuwweYyHnke. PepMeHT MNpUcoeamHseT MPenwecTBEHHNKOB.  AKTMBHO  3KCMpeccupyeTcs B
octatok  L-pykosbl K onuMrocaxapygHom — 4actm HagrnoYeuHMKax, Moare, NneYyeHy, B OCTaslbHbIX OpraHax —
BHyTpeHHero ¢akTopa Kacna, 4TO crnocobcTByeT ero B MeHblUen cTerneHn. MNonmopdrnsm B 3TOM reHe cBs3aH
cekpeummn. [Npwn  nonuMopduaMe  3aTpyOHsieTcs  3TOT CO CHWKEHWEM YPOBHsi OMera-3 >XUPHbIX KUCMOT,
rmpouecc u cekpeunss 6enka, MO3TOMY 3HaYUTENIbHO YBENIMYEHNEM YPOBHSI OMera-6 >XMPHbIX KUCITOT U
CHWXaETCA aKTMBHOCTb 3axBaTa MOCTYMatolero 13 mumm KOHLIEHTPaLMeN TpaHC-XXMPHbIX KUCOT.

BUTaMMHa B12 1 OH paspyliaeTcs B MULLEBapUTENIbHOM

TpakTe.

3aknoveHe

FeHeTUYECKUI aHanM3 BbISIBUT MUHUMAaTbHBIE PUCKU PasBUTUSI BUTAMUHOOEDULIMTHBIX COCTOSIHUM M COOTBETCTBYHOLLMX
HapyLeHWA 300pOoBbs Y 06CIe[yeMoro Npy BereTapuaHCKOM MUTaHMN.

ObcnegoBaHUS

O6cnenyeMoMy npy BereTapuaHCcTBe pekoMeHOyeTCsl MepPUOOUYECKM NMPOBEPSITb YPOBEHDb B KPOBU LIMHKA, Mean, MarHus,
NPy HEOBXOAMMOCTU XeNaTeNneH X OOMONHUTESbHBIN NpreM*. Takke npy BereTapraHcTBe pekoMeHOyeTCsl MPOBEPSTh
YPOBEHb Xesie3a 1 nokasaTesim reMormobrHa B KpOBM obcriegyeMoro*. 3aropamTe, ecrnv HeT MpoTUBOMNoKasaHun*. Ecnn
obcrenyeMblii YyBCTBYET XPOHUYECKYHD YCTanoCTb, BASTIOCTb, COHMIMBOCTb, EMY HEOBXOOMMO 0BpaTUTLCS K CMELManIUCTy
0151 Ha3HaYeHUs JOMOSTHUTE bHBIX 06CNefoBaHNA, a Takke He CTONb CTPOro CriefoBaTb BereTapuaHCTBY UM OTKa3aTbCs
OT HEero*.

PekoMeHpgauunmn

O6crnenyeMoMy MOMyT MOOOMUTU Pas/IMYHbIE TUMbl BEreTapMAHCKOroO NMUTaHWS, KpOMe BeraHcTBa. BaxHo ynoTpebnarb B
[OCTaTOYHOM KONMYECTBE UCTOYHMKW Benka: GaHaHbl, poXb, 6ypbIi pUC, KeLbto, Tody, KMHOa, 606bl (HYT, YeueBuLly,
ropox, ¢acosb) v gpyrme opexm, ceMeHa (/1eH, NOACONHYX, KYHXYT, TbIKBEHHbIE), ManNoOpOTHMK. PaLroH B Mo6oM criydae
[OMKEeH coaepXaTb BCe HEOBXOAMMbIE OPraHM3My BUTaMKHbI M MUKPO3/IEMEHTbI, @ Takke He3aMeHMMble aMUHOKUCIOTI.
O6cnenyeMoMy pekoMeHayeTcs [O6aBUTb B PaLMOH CEMEHA YMa, JIbHa, PbPKMKOBOE Macio (MCTOYHUKK oMmera-3). Mpwu
HEeOB6XOAMMOCTM BO3MOXHO HasHauyeHue BAL B COOTBETCTBUM C MOTPEBHOCTAMIN 06CreayeMoro®.



BkycoBble oLyLeHNs

Mpu cocTaBneHun 6oM auMeTbl WM - pauMoHa MUTaHUA  CTOUT  YYUTbIBaTb
WMHOVBUOYya/bHble BKYCOBble peakumW. Tak, HanpuMep, reH BKYCOBOrO peLenTopa,
Pacro3HaloLWero Cragkuii BKYC, MOXeET 060CTpsATb 3Ty BOCMPUMMUYMBOCTb. TO €CTb YeM
HUXE YYBCTBUTENbHOCTb K ClladkOMy BKYCY, TeM 6Gosiblle YenoBeK CbeCT Cafakoro,
YTO6bl YOOBNETBOPUTbL MNCUXOSIOMMUYECKYO MOTPEe6HOCTb. Kak NpaBuio, 3TO MpUBOAUT K
HEKOHTPO/IMPYEMOMY MOTPEBNEHNIO caxapa (B TOM UKMCIE CKPbITOrO) M MPEBbILLEHNIO
PEKOMEHAYEMOWN CyTOUYHOWM HOPMbI MOTPebreHns: caxapa.

AHanM3 reHoB, OKasblBaOWWX BUSHME Ha OTOEesSIbHble XUMUMYECKMEe MpoLecchbl B
OpraHmaMme, CBA3aHHble C UNCMOJIb30OBaHWMEM, HakKoM1eHneM Uin pacllensieHneM T1ex Uin
MHbIX BELWeCTB, MO3BOJIAET C(I)OpMVIpOBaTb TOYHble pekoMeHOaunn rno Do6aBNEHMNIO UM
MUHUMN3aLUNN HEKOTOPDBIX NMPOOYKTOB U BbI60py crocoba npuroToB/iIeHUA.
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‘ YyBCTBUTE/IBHOCTb K FOPbKOMY

Pe3yn bTaT reHeTu4YeCKoro aHasim3a

leH MNonumopduam TeHotMn YacrtoTa PesynbtaT AddPekT
TAS2R38 |'S1726866 T/T 32% Hunskas L‘IyBCTBl/ITeJ'II::HC;CK';'/I::;?eLI,eI'ITOpa K FOpPbKOMY @ @

BbICOKME KOHLIEHTPALMM FOPbKMX BELLECTB B MULLe OBbIMHO MPUBOLAT K €e OTTOPXKEHMIO. Takas peakums BO3HMKIA B XoOe
3BO/IOLMOHHON afdanTauuy, NO3BOMsowWer M3bexaTb OTPaBeHUs TakMMUM TOKCUUYECKMMM BeLeCcTBaMU Kak arnkanounapbl
pacTeHUI, MPOroPKIIbIM XMP, MOPOSIM30BaHHbIA 6eMoK. YnoTpebneHre Takmx MPOAYKTOB, Kak ropbKue Orypubl U ObIHW,
MOXET BbI3blBaTb MULLEBbIE OTPaBEHWSI.

Mepekyc GOsbLUMM KOMMYECTBOM abpUKOCOBbIX KOCTOYEK W FOPbKOrO MWHAASMS, KOTOpble codepXaT MpeawecTBEHHUK
LUMaHuaa - aMUrbanuH, CrocobCTBYeT MUMOKCUMM TKaHEW, B pside CrlydaeB BO3HWKAET fieTanbHbi ncxod. OnoHako ropeuyu
MOryT 00nagaTb OHKOMPOTEKTOPHbIM AEMCTBMEM 3a CYEeT HenpsiMbIX aHTMOKCWMOAHTOB. HampuMmep, M3oTHouMaHaTbl
OpPOKKOMM U LBETHOM KamyCTbl aKTUBMPYIOT depMeHTbl |l dasbl geTokcukaumM, 4YTO MoMoraeT obes3BpeiuTb
KaHLepOoreHHble CoOeanHEHNS.

Kpome Toro, oHu ob6napjatoT MPOTYBOMMKPOOHOM aKTWMBHOCTBIO. 3a BOCMPUSITUE MOPbKOrO BKyCa OTBEYaeT peLenTop
TAS2R38. eHeTn4Yeckas BaprabenbHOCTb OrnpenensieT CTerneHb BOCMPUSATUS FOpbKOro BKYCa Y pasivyHbIX ntogen. Bonee
BbICOKasi YyBCTBUTENIbBHOCTb K TOPbKOMY BKYCY MOXET MpMBOOUTb K OTKasy OT YrnoTpebneHus oBollen, 6oratbix
MPOTUBOOIYXONEBbIMUA U aHTUOKCUOAHTHBIMW COEOMHEHUSIMU, U K MPEAnoYTeEHMIO 6onee crnagkmux M XXMPHbIX MPOOYKTOB.
Takoe nuiLeBoe NoBeAeHVE YBEMUYMBAET PUCK PasBUTUS CEPAEYHO-COCYOMCTbIX 3a00NeBaHUM, OXMPEHUS U paKa.

NccnepyeMble reHol

TAS2R38

KooypyeT  TpaHCMeMOpaHHbIi  ©6enok -  BKYCOBOM rpevindpyTe, Kodpe, TEMHOM LIOKONaae, Peamce, XpeHe m
peuentop 2-ro Tuna 38 CEeMENCTBa, OMNpemensiowmin OPYrux npopykTax. YhnoTpebrneHve  [oKO3MHONaToB
UyBCTBUTEIBHOCTb K HEeKOTOpPbIM ropeyam. npodunakTpyeT passuTME OHKOJTOrM4Y€ECKMX
SKCrpeccupyeTcss B KeTKax MOMKeNnyoouHOW >Xenesbl, 3abonesaHnn.  MonmMopdmaM B reHe  MoBbllLaeT
CU3NCTON  OBONOYKE  KULIEYHWKE, XEMOCEHCOPHbIX UYBCTBUTE/IBHOCTb K TFOPbKOMY BKYCY, MO MpUYUnHE
KneTkax Hoca U si3blka. JIMraHOaMuM OaHHOrO peLlenTopa KOTOPOM 4ernoBeK Wu3beraeT YynoTpebneHus B MuLly
aBnstoTCs GeHUNnTHokapbammna, 6-N-nponmnTroypaumn m WCTOYHMKOB ITIIOKO3MHONATOB W APYrnX ropeyen.

MIOKO3MHONAaTbI, coaep>Xalmeca B 6pOKKOJ'Il/I,

3akJioueHue

FeHeTUYeCKUIN aHanM3 Nokasasl, YTo obCreayeMblit MPaKTUYECKM He OLLYLLAET ropeyb HEeKOTOPbIX MPO4YKTOB 1 OBOLLEH
(penomca, ropunLpbl, PyKosbl, GPOKKOSM, LIBETHOM, BPIOCCENbCKOM, MEKMHCKOM KarnycTbl, Jyka), @ Takke TEMHOro N1ea, kode
M ankoronsi.



ObcnegoBaHUS

He BbisBneHa I'IOTpe6HOCTb B OOMOTHUTENIbHOM Mnpueme HernpamMbiX aHTUOKCNOAHTOB. MNoOMHOLEHHOro NMTaHWS C
BK/1lOYEeHMEM B PaUMOH KPeCTOLBETHbIX U NNNENHbIX 6y,n,eT AOCTaToO4YHO nNpv OaHHOM reHoTune*.

PekoMeHgaumm rno npodunakTrke

O6cnenyeMoMy BaxKHO PerysisipHO YNOTpPebsTb ropbkmMe NMPOAYKTbl, CoOAepXallye aHTUOKCUAAHTbBI*: KIOKBY, rperndpyT,
NyK, BPOKKOsIM, YKPOM, GaknaXxaHbl, 3e/1eHblIA Yall.



YyBCTBUTENBHOCTb
K CllagkKoMy BKYCY

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdunsm TleHotmn YacToTa PesynbTaTt b dekT

MpeapacnonoXeHHOCTb K rMnepriMKeMim n3-3a
b N36bITOYHOrO NOTPEbIeHNs cax MarfioBeposTHa,
GLUT2 rs5400 C/C 75% 36bITOYHOrO NoTpeb e caxapa Ma/loBeposiTHa
HOpMarlbHas YyBCTBUTENbHOCTb K CaIKoMy

Caxap - OMcaxapwuf, COCTOSIMIA U3 ABYX MOHOCaXapuOoB — ITIHOKO3bl U GPYKTO3bl. OllylleHWe CNafkoro BKYCa BO3HUKaeT
NP pasapaxeHu cneumarbHbIX PeLenTopoB, YYBCTBUTEbHbBIX K MPOCTbIM caxapaM. CrafocTb 06bIMHO acCoLMMpYeTCs C
MPUATHBIM OLLYLLIEHMEM, Yalle BCero fo4M OWYLWAT CagocTb MpU MPUHATUM N, 6OraTtoi MpOCTbIMA YITIeBOAaMM.
BKycoBasi YyBCTBUTENIBHOCTb K Caxapy B/MSIET Ha MOTPE6GHOCTb OpraHM3Ma B CIadkoM, TEM, Y KOro YyBCTBUTESIbHOCTb
MOHKEeHa, TpebyeTca CbecTb ropasfo Goriblue, YTO6bl YOOBNETBOPUTb MOTPEBGHOCTb. CKOPOCTb [OCTaBKM caxapa B
KPOBOTOK BSINSIET Ha MOTPEeBHOCTb OpraHMaMa B CiadKOM, HapylleHWs 3TOro mpoLecca CBAsaHbl C YCUIEHWEM TArm K
CrafKOMY.

TpaHCMopT MOKO3bl B BOPCHMHKAX KULIEYHMKA U B KPOBOTOK OMOCPEAOBaH CrieLpanbHbiMM 6enkamu-TpaHcnopTepamu. B
nepsyto ovepeab 370 GLUT2 (SLC2A2) - OCHOBHOW TpaHCMopTep MOKO3bl. 115 GPyKTO3bl BaXKHYIO POSib UIPaeT Takke
GLUT5S (SLC2A5). MonmMopdmambl B 3TUX reHax OrnpeaenstoT OCHOBHbIE Pas/vuuMs B CKOPOCTU TPaHCMOPTa CaxapoB B
opraHmame. GLUT2, MOMMMO TpaHCMopTa CaxapoB, CBsi3aH TakKe CO BKYCOBOW YYBCTBUTENIbHOCTBIO K CITAIKOMY.

NccnenyeMble reHbol

GLUT2

KooupyeTt 6enok - rnepeHocYmnK ITIHOKO3bI, nMeyeHW, a TakkKe B [ABEHaOUATUMEPCTHOM KULKE W
OCYLLECTBNSAIOWMIA MepeHOC TIIOKO3bl Yepes KIIeTOUHYIO TOHKOM KMLLEeYHMKe. MonmMMopdmnaM B 3TOM reHe CBsi3aH
MeM6paHy NOCPeACTBOM obneryeHHon auddysmm BHYTPb CO CHWXEHMEM CKOPOCTM TpaHCropTa [JIlOKO3bl
KNEeToK, TakMM 06pa3oM CrocobCTBYS  MopaepXKaHMio CHWXKEHHOM YYBCTBUTENIBHOCTBIO K CNIaAKOMY BKYCY.

roMeocTasa IMoKo3bl. Makc1MarnbHO aKCrpeccupyeTcs B

3akJiroyeHmne

FeHeTUYeCKUn aHanmM3 Nokasasl OTCYTCTBME Yy 06CNenyeMoro HapyLWweHWn peLenumm cnagkoro. OTCyTCTBYIOT
reHeTUYeckme GakTopbl NPenpacronoXEeHHOCTM K MOBbILLEHHOMY MOTPE6IEHUIO CaaKMX NPOOYKTOB.



ObcnegoBaHUS

HecMoOTpsi Ha TO YUTO Ha OCHOBaHWM FreHOTUMa OB6CIeAyeMOro y Hero He ObHapy>XXeHa CKITOHHOCTb K M30bITOYHOMY
NoTPebNeHNIO CNapKoro, My He CTOUT npeHebperaTb eXerogHbIMM NPodUNakTUYeCcKUMM 06CneaoBaHNsaMU (aHanma
YPOBHS! MHCYNINHA, TIOKO3bI, IMUKO3UIMPOBAHHOIO reMOITIObMHa B KPOBW), OCOBEHHO MO OOCTUXEHUM obcnenyemMbiM 60
net. Ecnn y obcnegyemMoro nMeeTcsl IMoKOMaHWsl, eMy MOXHO PeKOMEHA0BaTb KOHCY/IBTaLMIoO NCUXOrora/
rncyxoTepanesTa.

PekoMeHgaumm rno npodunakTmke

Ob6cnenyeMbli XOPOLLO YYBCTBYET BKYC Caxapa M Cladkux NMPOAYKTOB M MOXET YNoTpebnsTb UX B Npeaenax HopMbl. Ecnv
Yy Hero npuobpeTeHHas MIOKOMaHWs, B ero cilydae OT Hee Nerko n3basBuTbes, Ha 2-3 Hedenn MOMHOCTbIO NCKTOUMB N3
paLyoHa caxap, B TOM YKCe CKpbITbIM. [JOMYyCTUMO UCMOSb30BaHWEe HaTypasibHbIX Caxapo3aMeHUTenemn (3puTpuTona,
cTeBuu, Tperanoabl). O6crenyeMoMy [OCTaTOYHO YNOTPEeOsATh B MULLY CIOXHbIE KpaxManuCTble yrneBodbl (Kpyrbl, x/1e6,
KapTodenb, MakapoHbl) U YMepeHHOe KONMM4YecTBo GPYKTOB (€C/IM CKOPOCTb PaCcXOA0BaHUS MIMKOreHa He 3aMen/ieHa). B
3TUX NPOAYKTaxX AOCTaTOYHO MTIHOKO3bl, HEOOXOAMMOM A1 HOPMaIbHOW XU3HEeOEeATe/TbHOCTU KIIETOK M OpraHaMa B
uenoM. CnegyeT MOMHUTb, YTO OTCYTCTBUE CHUXKEHHOW YYBCTBUTEBHOCTU K C/TAKOMY BKYCY He O3Ha4aeT MosiHoe
OTCYTCTBME pUCKa PasBUTUS CaxapHOro avabeTa 2-ro Tumna. Tara K CnagkoMy MOXeT OblTb Bbi3BaHa
NMCcUXoPU3NONOrMYECKUMU MPUUYMHAMU (HEOBXOOUMOCTbBIO AOMOHUTENBHOM MONOXUTENbHOM CTUMYNSILMM).



< ) BkycoBas peLenumst XUpHOro

Pe3yn bTaT reHeTn4eCkKoro aHaszim3a

leH Monumopdusm leHoTMn YYacTtoTa Pesynbtat AdPekT

CD36 rs1761667 AJA 32% MpenpacrnonoXeHHOCTb K HU3KOW BKYCOBOW 00

YyBCTBUTENbHOCTU K XNPaM

Xu1pbl - BbICOKOKa/IOpUMHbIE BellecTBa, obrafalowme creumdrnyeckmM «KMPHbIM» BKYCOM. TPaAMLMOHHO CYMUTAETCs, YTO
BOCMPUSITME XXMPOB B POTOBOM MOMOCTU OGYC/IOBMIEHO TEKCTYPOM M apOMaToM MPOAYKTOB. OMTUMasibHbIM CUMTaeTCs
cBanaHcMpoBaHHOE MUTaHWe, BKIOYatoLlee BCe OCHOBHbBIE TUMbl XXMPHbIX KUCIOT. 3HaUUTEIbHOE Xe OrpaHu4veHue nnéo
VICK/TIOUEHME XMPOB M3 paLMOHa MOXET OKasaTb HeraTMBHOE B/IUSIHME Ha COCTOSIHME KOXM M BOSIOC, MMMYHHOM W
SHOOKPUHHOM CUCTEM. B TO Xe BpeMs 3/10yrnoTpebrieHre XUMPOCOAEPXKAMMIM MPOAYKTaMU M HapYLLIEHWS JINAMOHOIrO
oBMeHa MOMyT MPUBECTU K OXMUPEHMIO, a TaKKe PasBUTUIO CepAeYHO-COCYANCTbIX U OPYriX 3a60s1eBaHUM.

Tak, NMpy M36biITKe XMPOB B PaLMOHE MOXET YBE/TMYMBATBCH YPOBEHb TPUMMLEPUOOB B KPOBM, MOBbILATHCS YPOBEHb
obLero xonecrepuHa n xonectepuHa JIMHM, B pe3ynsraTte Yero MoBblLaeTCsl PUCK YTOMWEHUST U YMNIOTHEHWS CTEHOK
apTepui C MocrenylowmMM pasBUTHEM aTepock/iepo3a M HapyleHUsIMM MECTHOrO KpOoBOObpalleHus. B ceoto ouepedb
aTepOoCK/IepOTHNYECKOe MOopaXeHe COCYA0B YBEIMUYMBAET BEPOSTHOCTb BO3HWMKHOBEHMS TakX 3aboneBaHui, Kak MHpapKT
MUWOKapAa, MHCY/BT, NaTosorns rnoyex.

Okono 20% ntofen He MOryT onpefenuTb KOMMYeCTBO XMPOB B MULLE, YTO MPUBOOUT K HEYMEPEHHOMY MOTPeBeHuo
XMPHBIX KUCIOT U MOCTEMEHHOMY CHUXEHWUIO YYBCTBUTEIBHOCTU K HWM. Y HEKOTOPbIX JOAEN BKYC XMPHOrO MOXET
BblI3bIBaTb HEMPUSTHbIE OLLYLLEHWUS B CBA3M C HapYLUEHUSMU GYHKLMU MEYEHM.

NccnepyeMble reHol

CD36

KooupyeT peuentop K >XMPHOMY, KOTOPbIM SBMsSieTCs HeBOsbLLOM KOMMYECTBE B cepALe, Cenie3éHke, nnauleHTe
VMHTErpasibHbiIM MeMOpaHHbIM GenkoM, OTBEeYaloWMM  3a W APYrMX TUMNax KNeTokK, BKIoYasi MOBEPXHOCTb SMUTENNS
MeTabonnam XUPOB (cBsi3biBaET OKMCNEHHbIE BKYCOBbIX COCOYKOB. [lonMMopduaMbl B 3TOM reHe
JIMMOMPOTEMHbI  HU3KOM  MNIOTHOCTH, dochonunuapl n CBsi3aHbl CO BKYCOBbIM BOCMPUSITUEM TEKCTYPbl >XVPHOMN
XWpPHbIE KWCMOTbI), PacrosHaBaHWe >XMPOB B MULLE Ha MAWM U U3BLITOYHBIM MOTPEBNEHMEM XUPOB, a Takxe
BKYC, YCBOEHWE XWMPOB B KUILIEYHWKE. MaKcMMaribHO OPYrMU HapyLIEHUSIMU NIMMUOHOrO MeTabonmama.

3KCrnpeccmpyeTca B )KVIpOBOl?I TKaHWU, a Takxke B

3akJiroyeHmne

leHeTUYeCcKUA aHanmMs3 Nokasar, YTo y obcneayemMoro BbisiBNIEHO CyLLECTBEHHOE HapyLUEHWE peLienumm XUPHOro, B
pesyrnsraTe Yero oH NpenpacrioNnoXeH K 3HaYMUTETbHO MOBbILLEHHOMY MOTPEBIEHMIO XUPOB U3 MULLM.



ObcnegoBaHUS

Ob6cnenyeMoMy BaXKHO MepUoamMyecku MpOBOAUTb aHaM3bl JIMMMAHOIO CrekTpa KpoBM (IMNuUaorpaMma: ypoBeHb
TPUTILIEPUOOB, ObWMIA xonectepwuH, xonectepuH JTMHIM v JTNBM)*. MNpy HeobxooMMoCTN BO3SMOXHO HasHa4YeHue
[OMOSHUTENbHBIX 06CnefoBaHnA. BaxkHO cnegmTb 3a BECOM 0bcneyeMoro, OCO6eHHO Mpu CKITOHHOCTU K Habopy

M36bITOYHOM Macchl Tena.

PekoMeHOaLmMM No npopuiakTmke

O6cnenyeMoMy BakeH KOHTPOSIb 3a COAEPXKaHMEM XMPOB B paLMoHe. MOXHO 3aMeHUTb MaliloHe3 B CcanaTax Ha rnosiesHble
Macria (HanpuMep, Ha OfIMBKOBOE, KYHXXYTHOE 1 Apyrie). EMy He peKOMeHAyeTCs MpeBbilaTh PacCHUTaHHYIO 4SSt Hero
HOPMY MOTPEBNEHUS XMPOB. BaXKHO OrpaHUUYNTb U CTPOrO KOHTPOIMPOBaTh NOTpe6ieHre Maces, XMPHOro Msca,
MaloOHE3HbIX COYCOB W1 APYrvX MPOLYKTOB C BbICOKMM COAEPXXaHMEM XMPOB. TakxKe BaXKHO BKIIKOUYEHWE B PaLMOoH
[OOCTaTOUYHOrO KOMMMUYECTBa MULLEBbIX BOMOKOH.



BooHo-conesom obMeH

B opraHuM3Me uenoBeka WMOHbl HaTpus HEOBXOOAMMbl O COKPALEHWS! Mbllil, B TOM
ymncne cepaua, NEpUCTaNBTUKU KULLIEUYHMKA W MepefaYys CUrHa/IOB HEPBHBIMU KIIeTKaMu.
XJ'IOp ABNAEeTCA OCHOBHbIM 2/1€eMEHTOM, noaaepXxmBarwmMM COCTaB KpOoBW. Ba)KHy}O
pofib B perynsaumMM COneBoro oO6MeHa WrpaeT TrOpMOH  anbaoocTepoH.  OH
BblpabaTblBaeTCA HaAnoyeyHMKaMm 1 Cnocob6CTBYET 3adepXKe BOObl M MOHOB HaTpus
MoYKaMu.

Ha npouecc BOOHO-CONeBoOro o6MeHa BNUSIOT reHeTnJYeckme CbaKTOpr, CBA3aHHble CO
CKOPOCTbKO BblaesnieHnda Conlnm u 3ap,ep>|<|<0171 XMOKOCTU B TKaHsIX 4yenoseka. B nepByto
odyepenob 3TWM TreHbl CBA3aHbl C pa60T0|?1 peHl/IH-aHFI/IOTeHBMH-aJ'Ib,D,OCTepOHOBOl‘ﬁ
CUCTEMDI.

YUeT BNMAHUS 3TUX GaKTOPOB MO3BOSAET cHanaHCMpPOBaTb NOTpebeHe CoMv TakiM
06pa3oM, UTOGbI NPEeAOoTBPATUTb CUMMTOMBI, CBSA3aHHbIE C HEOOCTAaTKOM UM U36bITKOM
CO/IM B OpraHu3me, U NpodUNaKTUPOBaTb PasBUTUE MUMEPTOHUYECKON 6ONE3HM.
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“ ) BogHoO-conieBon 6anaHc

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH MNonumopdusm TleHotn YactoTa PesynbrtaT AddekT
ADDI1 rs4961 G/T 34% I‘Ipe,u,pacnonox::zc;cm K CHW>XXEHHOWM CKOPOCTU ® 0
[EHNSI COMN
MpenpacnonoXeHHOCTb K YMEPEHHOW CKOPOCTU
O,
ACE rs4646994 /D 53% CUHTE3a aHrMoTeH3uHa ® O
MpenpacnonoXeHHOCTb K rMneprpoayKLumMm
CYPTIB2 rs1799998 T 27% anbAoCTEePOHa U, KaK CneacTsmne, 3HaunTelbHO o0

YCKOpEeHHOMY BbiBEeAEHNIO Kalnsg U3 OpraH1M3Mma,
OTEeYHOCTU

Ha npouecc BOOHO-COMEBOro obMeHa BNUSIOT reHeTudeckme ¢akTopbl, CBA3aHHbIE CO CKOPOCTbIO BbiAENEHUS CONU U
3a0epXKOM XUOKOCTU B TKaHsIX 4YerioBeka. B mepByio ouepenb 3TU reHbl CBsi3aHbl C paboTon pPeHWH-aHrMOTEeH3MH- ]
anbOOCTEPOHOBOM CUCTEMbI — FOPMOHaIIbHOM CUCTEMbI YeNIoBEKa, KOTopasi perynvpyeT apTepurarnbHoe AaBreHue 1 O6beM
LIMPKY/VpyloLWen (NpokaymBaeMon) KpoBu B opraHmame. [NpenpopeHuHoBass MPHK obpasyeTcsi B HOKCTarmoMepy sipHbIX
K/eTKax Mo4eK, TPaHC/IMpYyeTCs, MOC/e 4Yero MNpOoAyKT MpPeBpallaeTcs B MPOPEHWH MOCPEACTBOM OTwWernnieHus 23
aMUHOKMCIOT. B aHOoOMNasMaTtuMyeckoM peTuKyslyMe MPOPEeHWH MoOBepraeTcs MUMKO3UIMPOBaHUMIO W npuobpeTaeT
HEOOXOAVMYIO TPEXMEPHYIO CTPYKTYpy. B uTOre npopeHWH COCTOUT K13 MOCIeOoBaTE/IbHOCTH, BkoYalowen 43
aMWHOKUCIOTHbBIX OCTaTKa, MpUcoedMHeHHbIX K N-KOHLYY peHuHa (copepXallero, B cBOlO ouvepefdb, 339-341 ocTaTok).
MonaratoT, 4YTO 3Ta Masas MNoCNenoBaTeNlbHOCTb MpPenoTBpalaeT MpPeXaeBPeEMEHHOe B3aMMOOEMUCTBME pPEeHUHa C
aHMMOTEH3MHOreHoM.  Borbliasi YacTb MpopeHMHa CBOOOOHO BblGpachiBaeTCs B CUCTEMHBIA KPOBOTOK MOCPELCTBOM
3K30UMTO33, HO YacTb Mo, OEUCTBMEM 3HOOMENTUAA3 MPEeBpaLlaeTcs B PeHUH. PeHUH BbiOenseTcsi B KPOBOTOK, HO 3TOT
MPOLIECC XXECTKO KOHTPONMPYETCS AaBeHUEM, aHrMoTeHauHoM 2, NaCl, BHYTPUKIETOYHbIMW KOHLEHTPaLMSMM MOHOB
Ca2+. MNoaToMy y 300pPOBbIX /tOAeN OO6bEM LIMPKYTMPYIOWEro NMPOPEHMHa B OECATb pa3 Bbille KOHLEHTPaLMM aKTUBHOIMO
PEHMHa B ryla3mMe KpoBW.

MonMMop®mn3aMbl FreHOB, KOOMPYIOLWMX KOMMOHEHTbI PEeHWH-aHMMOTEH3MHOBOM CUCTEMbI, @ Takke OpYruX, CBA3aHHbIX C
BOZIHO-COJIEBbIM OOMEHOM, MOIYT BHOCUTb CYLLECTBEHHbIN BK1aL, B PUCK BO3HWUKHOBEHWS] OTEYHOCTU, CONEYYBCTBNTEIbHOM
apTepuanbHON MMNePTEH3UN U APYrMX COMYTCTBYIOWMX MaTonorumi. OoHako yYeT BMSHUS BCEX MEHETUYEeCcKMX hakTopoB
rno3BoNsieT cbalaHCMPOBaThb MOTPebneHe Conv U Boabl TakMM 0BpasoM, UTOGbI MPeaoTBPaTUTb CUMIMTOMbI, CBSI3aHHbIE C
HEeOOCTAaTKOM WM U3BbITKOM COMM B OpraHvaMe, U MpoduiakTUpOoBaTb PasBUTUE OTEYHOCTUM U MMNepTOHUYECKOW
6onesHu.

NccnepyeMble reHbl

ACE

KooupyeT aHrmoTeHsuHnpeBspaLaiowmin depmeHT (Ard)
- LUMPKY/IMPYIOWMA  BO BHEKIETOYHOM MpPOCTPaHCTBE
6en0K, KOTOpbIA WrpaeT BaXHYHO pofb B perynsumm
KPOBAHOrO  OaBieHMss U GanaHca  3/1eKTPOJSIUTOB,
KaTanmsmpyeT paclwernieHne HeakKTVBHOMO aHrMoTeH3MHa
| DO aKTWMBHOro aHrmoteHsmHa I, ctumynupytowero
CY>XXeHVe COCYOdOB W yBerIMYeHVe CUHTe3a anbaoCTepoHa.
[eH akcnpeccypyeTcd B MakKCMMarlbHOM CTerneHu B
KUWEYHWKE, TakKXKe B JIerkMX, MeHblle - B SUYKaXx,
NOMAXKeyao4HOM

xenese, noykax M gp. CeBhsaH C TWMNOM ajanTaumm
CcepaeYHO-COCYyOUCTON CUCTEMbI K OMNpenesieHHOMY Tumny
du3nYecKor Harpysku U pasBUTUEM UMEPTPODUYECKON
KapovoMuonaTum U apTepuanbHOM  TMNEPTEH3UN.
Oeneuna (D) B 3TOM reHe CBs3aHa C apanTauven
CcepaeYHO-COCYyOUCTON CUCTEMbI K Harpy3kaM Ha Curly, HO
B TO Xe BpeMsi C MOBbILWEHHbIM PUCKOM PasBUTUS
apTepuarnbHOM  TMNEpPTEH3MM, B 4YacTHOCTM  Mpw
noTpebneHnn 60MbLLIOro KOIMYEeCTBa COMN.



ADD1

KooypyeT 6enok uutockeneta W MeMbpaH anbda-
apoyuMH U CBsI3aH C WM3MEHEHWEM TpaHCropTa WMOHOB
HaTpUs B KNeTkax. AOOyuMH C BbICOKOM apPUHHOCTBIO
CBA3bIBAETCS C  MOHaMW  KanbUMs/KarbMOOY/IMHOM U
SBNsieTca CcybCcTpaTtoM Ofsi npoTemHkmHasz A u C. TeH
3KCrpeccupyeTcss MpakTUYEeCKM BO BCEX OpraHax u
TkaHsix. Wccnepyetca [nst BbISBNEHUS FEHETUYECKOM
rpenpacronoXeHHOCTU K COMEeYyBCTBUTETbHON
rUMNEePTOHUM N CKIIOHHOCTW K OTEYHOCTW: MonMMopdr3M
3TOro reHa CeBsidaH C 3aMe[y1eHHbIM BbiBeAEHNEM Conen (B
rnepBylo o4vepedb HaTpus) W, KaK Crneacrsve, PUCKOM
3a0epXKM XUOKOCTU B OpraHmn3Mme.

CYP11B2

KoouypyeT depMeHT anbaoCTepPOH-CUHTa3Y, SBMISIOLLYIOCS
Hapsgy ¢ AlN® ogHWM K3  KOMMOHEHTOB PEeHWH-
AHMOTEH3MHOBOW CUCTEMbI, PEry/MpYIOWEN  KPOBSIHOE
OaBrneHne U ob6beM MpOoKauMBaAEMOM B OpraHM3Me KpOBM.
DepMeHT KaTanmMsupyeT MOCNeaHIo CTagulo CUHTE3a
rOpMOHa anbAOCTEPOHA W3 [OE30KCUKOPTUKOCTEPOHA.
AnbOOCTEPOH B CBOKO O4Yepedb UrpaeT porb B perynsumm
KPOBSHOrO  O@BMNeHus MyTeM nopoepXaHust  BOOHO-
COneBoro 6anaHca, aKTUBMpYeTCS Kanvem 7]
Croco6CTBYET ero BbIBEAEHMIO MO MPUHLMMIY OBpaTHOM
cBs3n. Kpome Toro, rmneprnponykums (B 4acTHOCTH, M3-3a
nonMMopmama B npomMoTope reHa CYP11B2)
anbOoCTEPOHa MOXET BbiTb MPUUYMHOM OTEKOB.

3akJioueHue

leHeTUYecKU aHanms3 BbiSIBUT Y 0B6CrefyeMoro MNoBbILLEHHbIN PUCK HApYLLIEHWS BOOHO-COMEBOrO OOMEHa, CKITOHHOCTU K

OTEeYHOCTW.

ObcnegoBaHUS

PekoMeHO0BaH KOHTPOSb 3/1EKTPOSIUTOB KPOBU. TakkKe peKOMeHOO0BaHO pPeryssipHoe U3MepeHmne apTepuanibHoOro
[aBNeHVs U perynsipHoe obcnenosaHvie GyHKUMM Movek (obwmr aHanns Mouu, Y3M)*. Mpu NosiBNEHUM OTEUYHOCTM
BO3MOXHO HasHa4YeHue ONypeTUKOB®. Takke NMpu Hamm4ymm nonmMopodunama (M Tem 6onee roMosmrotHocTu) reHa CYP11B2
pekoMeHayeTCs NepUOaNHYECcKN KOHTPONMPOBaTb YPOBEHDb afIbAOCTEPOHA B KPOBW, a TakXe YPOBEHb Kasnsi B KPOBU U

moue*.

PekoMeHgaumm rno npodunakTrke

O6crnenyeMoMy He peKoMeHAyeTCs MPEeBbIaTb MUHMMarbHble BO3MOXHbIE [03bl MOTPEBIEeHNS MOBAapEeHHOM Comu,
peKoMeHayeTCsi MO BO3MOXHOCTU UCKITIOUYUTb U3 paLMoHa coreHble 61043, MpUnpaBbl M COYCbl, @ CYTOUYHYIO MOTPEBHOCTb
B HaTPUKM BOCTIONHATb 3a CYET MOTPeBbrieHMs HeCOMNEHbIX MPOOYKTOB*. TakKe peKOMeHOyeTCs KOppeKLms paumoHa
obcnenyeMoro ¢ y4eToM NnoTpebHOCTU B Kanim 1 pesysisTaToB aHanmaos. O6cnenyeMoMy Takke pekoMeHaoyeTcs
KOHTPONMPOBaTh NMOTpebneHne Bodbl, He MPEeBbILaTb HEOBXOOAMMOE ee KOMMYECTBO, COBMIOAaTb BOAHbIN PEXUM,
YAOTPebNsTh B MULLY MNPOAYKTbI, CMOCOBCTBYOWME BbIBEOEHUIO JIWWHEN XUOKOCTU 13 OpraHuaMa*. dusmyeckme Harpyskum
rMonesaHbl U HyXXHbI O719 YydLeHWs BblBeOEHUS XWUOKOCTU U COMel, HO MO KOHTPOJEM Jleyallero Bpada 1 6e3

rnepeHanpsxeHus*.



‘ ApTepuanbHas rmnepTeH3us

Pe3yn bTaT reHeTn4eCckoro aHasim3a

leH MNonumopdusm leHotun YactoTa PesynbtaT AddekT

ACE rs4646994 |/D 53% I'Ipe,upacnonoerHOCTb K yMepeHHO|7| CKOpOCTH @ e

CUHTEe3a aHrmoTeHsuHa Il

MpenpacrnonoXeHHOCTb K MMMeprpoayKLMm
CYPT11B2 rs1799998 T/T 27% anbOoOCTEPOHA U, KaK CMefCcTBME, MOBbILIEHHbI PUCK 6 6
pas3suTns Al

MTHFR rs1801133 c/C 41% OTcyTCcTBME dhakTOopa pUcka pas3emTus Al B CBS3M C ® ®
HapyLeHneM MeTabonmama ¢onaToB

ADD1 rs4961 G/T 34% I'Ipe,u,pacnonox::l;c;cm K CHMUXXEHHOWM CKOPOCTU @ e
0EHNSA CONN

CYP1A2 rs762551 A/C 38% MpucyTcTtByeT PpakTop pucka passuTms Al, ® O
CBSI3aHHOr O C ynotpebreHnem kodpe

ApTepuanbHasa runepteHsus (Mo MKB10: 110 - 3acceHumanbHas (NepBUYHast) rMNepTeH3us)) O3HaYaeT MoBblleHWe
CUCTONIMYECKOrro apTepuaribHOro AaeneHust 4o 140 MM pT. CT. U Bbille U/Wnu gnactonmyeckoro Ao 90 MM pT. CT. U Bbille.

HopMol apTepuanbHoro gaeneHus (ALl) oS B3pOC/IOro YesioBeka Ha CerogHsWHMM OeHb MPUHSTO cymTaTtb 120-129/80-
84 MM pT. CT., onTuMaribHoe - 100-119/60/79 MM pT. cT. OOHaKO 3TWU HOPMbI MOMyT ObITb /IS KaXA0ro obcnenyeMoro
CBOW, MOCKOSIbKY OHU 3aBUCHT OT BO3pacTa YesioBeka, ero obpasa X13HW, MHOVBUOYaSIbHbIX OCOBGEHHOCTEWN.

Al aBnsieTcs BeOywyMM (PakTOPOM pucKa PasBUTUS MHOMMX 3aboneBaHWM, B MEpBYO odepedb CepaeyvHO-COCYAMCTbIX
(MHPapKT MuoKapAa, WHCYNbLT, WeMudeckas 6onesHb cepaua, XpOHWYecKas cepfieydHas HedoCTaTOYMHOCTb) W
LiepebpoBacKynSpHbIX (MWEMUYECKUA U reMOopParmyecknini UHCYnbT). MpUyrHbl U MexaHuaMbl pasBuTus AT MOryT GbiTb
pasfnYHbl: HapylleHre BOOHO-CONEeBOro OBbMeHa, M3ObITOUHbIM BeCc M Ap. PacnpocTpaHeHHocTb AN cpeim B3pOCioro
HaceneHusi cocTaBnsieT nopsigka 30-45%, comacHO 3apybeXHbiM  WUCCNeAoBaHUAM, MO AaHHbIM - POCCUIMCKMX
mccnenoBaHUn — okono 40%. B poccuickon nonynsumMy pacnpocTpaHeHHOCTb AlT cpeay MyXXUMH B HEKOTOpPbIX permoHax
pocrturaeT 47%, cpeim XeHWWH - okono 40%.

Ha cerogHsiluHWIM OeHb NOMHOreHOMHbIE UCCNeaoBaHWst accoumaumin BoisiBun 6onee 100 reHeTUYeckrX NoMMopdU3MoB,
CBsI3aHHbIX C apTepuasibHbIM OaBneHneM. HacnenyeMocTb KimMHUYeckoro cuctonmdeckoro A - 15-40%, KNMHUYECKOro
omactonudeckoro A - 15-30%. [Ona amM6ynaTopHbIX CUCTONMYECKOro W auactonudeckoro ALl B HOYHOE Bpems
HacnenyemocTb coctaengeT 32-70% 1 32-50% cooTBETCTBEHHO.



NccnepyeMble reHol

ACE

KooupyeT aHrvoTeHsuHnpeBpaaowmin depmeHT (Ard)
- UMPKYIMPYIOWMA BO BHEKIETOYHOM MpPOCTPaHCTBE
6enoK, KOTOpbIA WrpaeT BaXHYO PpoOfib B perynsumm
KPOBSIHOrO  faBneHust U 6anaHca  3/1eKTPOSINTOB,
KaTanmMsmpyeT pacllernsieHne HeakTUBHOIrO aHrMoOTEeH3MHa
| 0O aKTMBHOro aHruoTeHsumHa ll, cTuMmynupytowero
CYy>K€HMe COCydOB W yBENIMYEHNE CUHTE3a aNlbAOCTEPOHA.
leH aKcrpeccpyeTcss B MaKCUMaslbHOM  CTerneHu B
KUILIEYHWKe, TakXe B JIerkuxX, MeHblle - B su4Kax,
MOMKEeNyooOYHOM Xenese, rnodkax v gp. CessaH C TUMNOM

apganTaumm cepaeYHO-CoCyanCTOM CUCTEMDI K
onpeneneHHoMy  TUNy  PU3MYECKOM  Harpyskm W
pasBUTMEM  MNEPTPOPUUECKON  KapauvoMuonatum U

apTepuanbHon runepteHsun. Oeneumsa (D) B 3TOM reHe
CBfA3aHa C afanTauMen cepaeyHo-CoCyamMCTOM CUCTEMbI K
HarpyskaM Ha CUIly M B TO e BpeMsl C TMOBbILEHHbIM
PUCKOM PasBUTUSI apTEPUaTIbHON MMNepTEeH3UN.

MTHFR
KoompyeTt MeTuneHTeTparugpobonaTpenykrasy -
BHYTPUKIIETOYHbIN dbepMeHT, yyacTByoLWMIA B

MPeBpPaLLEHNN TOMOLIMCTEMHA B METUOHWH MpU Hanmv4mm
BUTaMmHOB B6, B12 u  donmeBon kucnotbl.  [eH
aKCrpeccrpyeTca  MNpakTUYecku BO BCeX TKaHAX W
opraHax. Mccnepyetcs AN BbiSIBNEHUS FEeHETUYECKOM
rNpeapacronoXeHHOCTH K pasBUTUIO
rMNeproMoLICTENHEMUN (noBbILWEHHOro YPOBHS
rOMOLMCTEMHA B KPOBW) 1 aTepockrieposa. Nonumopdumsm
B O3TOM TreHe CBf3aH C [OBbIEHNEM  YPOBHS
rOMOLIMCTEMHA B KPOBU U, KaK cneacreue, C yBenimyeHnem
PUCKOB  pasBMTMS  aTepockiieposa, TpoMbosa u
apTepuanbHOM rUNepTeEH3UN.

CYP1A2

KoampyeT umtoxpom 1A2, KoTopbir sBnsieTcss GepMeHTOM
rnepeot ¢asbl CUCTEMbI AETOKCUKaUMM KCEHOBUOTUKOB.
akcnpeccupyeTcss  TOMbkO B medeHn.  depMeHT
OCYLLECTBNSIET  peakuMu  OKUCIIEHUS  COeOVHEHWM
3HOOMEHHOro (3CTPOreHbl, XeNYHble KUCNOTbI, XMPHbIe
KUCNOTbI, MNpOCTarmaHaWHbl, NTENKOTPWEHDI, OGMOreHHble
aMVHbI) M 9K30reHHOro (aHTUAENPEeCCaHTbl,

CYP11B2

KoouvpyeT depMeHT anbaoCTEPOH-CUHTa3Y, SBMSIOLLYIOCS
Hapsgy ¢ AlN® ogHMM K13  KOMIMOHEHTOB pPEeHWH-
AHMOTEH3MHOBOW CUCTEMDI, PEerysMpytoWen KpoBsIHOE
JaBreHne 1 o6beM MpPOKauMBAEMOM KPOBW B OpraHM3Me.
DepMeHT KaTanuavpyeT MNOCNedHIO CTaauio CUHTE3a
ropMOHa anbAOCTEPOHa W3 [Oe30KCUKOPTUKOCTEPOHA.
AnbOOCTEPOH B CBOKO O4vepedb UrpaeT porib B perynsumm
KPOBAHOrO  [aBfeHust MyTeM nopaepXXaHus  BOOHO-
COneBoro 6anaHca, aKTUBMpYeTCH Kanvem 7
Croco6CTBYET ero BbIBEAEHMIO MO MPUHLMMIY OBpaTHOM
cBs3n.  [MonvMopdHbIM  BapuvaHT reHa CBsi3aH C
MOBLILEHHOM aKTMBHOCTbIO FeHa W PUCKOM  PasBUTUSA
apTepuvanbHOM rMnepTEH3UN.

ADD1

KooypyeT 6enok uutockeneta W MeMbpaH anbda-
apoyumMH U CBsI3aH C M3MEHEHWEM TpaHCropTa WMOHOB
HaTpVs B KAeTKax. AQOYyUMH C BbiCOKOW addUHHOCTBIO
CBA3bIBAETCS C  WMOHaMW  KasibLMS/KaribMOOY/IMHOM U
sBnseTca cybCcTpatoM Ofis npoTemHkmHasz A u C. TeH
3KCrpeccrpyeTcsl MpakTUYecksM BO BCEeX OpraHax u
TKaHsix. MccnepyeTca [ns BbISBNEHUS FeHETUYECKOM
npeapacronoXeHHOCTU K CONeYyBCTBUTENBHOMN
rMNePTOHUM U CKITOHHOCTU K OTEYHOCTU: MONMMMOPPU3M
3TOro reHa CBsi3aH C 3aMe[1IeHHbIM BbiBeAEHWEM conew (B
nMepBylo o4vepedb HaTpus) W, KaK CNeacTBue, C PUCKOM
330EPXKKM XNOKOCTU B OPraHM3Me, YTO MOXET MOBbILaTh
PUCK PasBUTUSI apTEepWaribHOM MMMEPTEH3UK, OOHaKo
pesynsraTbl NocnegHNX UCCeaoBaHUM NPOTUBOPEYMBDI.

napaweTamorn, MPOMbIW/IEHHbIE  S0bl, necTyuMapl,
KaHLIieporeHbl) NpovcxoxaeHuns. KopenH aBnseTcs ogHuUM
n3 cybcrpatoB CYP1A2. Mpu nonnMopduaMe CHKaeTcsl
aKTUBHOCTb ~ depMeHTa U  CKOpOCTb MeTabonvama
KOperHa, YTO BbIPaXKaeTCsl B MOBbILLEHNN PUCKa PasBUTUS
rUrnepTeHsuu.

3akJioueHue

FeHeTUYeCKUIA aHanM3 BbisSBAN Y 06CTIeQyeMoro HeKoTopble $hakTopbl, CBA3aHHbIE C PUCKOM BO3HUKHOBEHWS
apTepuarnbHON MMNepTeH3nn. PUCK pasBUTUSE OaHHOMO 3a6oneBaHsa cpeaHWiA.



ObcnegoBaHUS

O6cnenyeMoMy xxenateneH nepuogmiecknii (1 pas B 2 Hepenu — MecsL, No AOCTUXeHUM 50 neT - exxegHeBHO)
KOHTPOJb apTEPUANIbHOro AaBNeHUs U Mynbca. BO3MOXHO MpOBOAUTb ayCKy/BTaLUMIO cepaLa, COHHbIX, MOYEYHbIX U
6epeHHbIX apTeEPUIA, MPU HaNMM4YUA LWyMa - SXOKapaMorpapuio, OynieKCHOe CKaHUPOBaHMe apTepuii. XKenatesbHo
HasHa4aTb KOHTPOJIbHbIE UCCEA0BaHUS: OOLMIA aHaNIU3 KPOBW, BUOXMMUS KPOBU (aMMHOTpaHchepasbl AJTT 1 ACT,
MOYEBMHA, KpeaTUHWH, ITIHOKO33a, IMMUMOHbIA CMEKTP KPOBW (TPUMMLEPUIbI, OOWMIA XOnecTepuH, xonectepuH JTBIM n
JINHM) v T.4.). Takke XenatesibHO NpoBefeHue obLero aHamsa Mo4n (KNeTOYHbIA COCTaB, LMAMHAOPLI) U MCCreaoBaHue
KonmyecTBa 6erka B MoYe, Npy BbISIBIIEHUM MPU3HAKOB HapyLIEHUsT QYHKLUMM MOYEK — KX YNBTPa3ByKOBOE

nccnenoBaHme. Takke MOXeT OblTb PEKOMEHAOBAaH KOHTPOSIb YPOBHSI FOMOLIMCTENHA B KPOBW, B MEpBYO odepenp npu
Hanuuum nonmMmopodmamMa reHa MTHFR.

PekoMeHgaLmm no npodunakTmke

O6cnenyeMoMy XenaTesbHO YBeNMYeHre noTpedneHns pacTUTeIbHOM MWW, OONU Kanus, Kanblms (cogepXatcs B
oBoLLax, GpyKTax, 3epHOBbIX) M MarHWsi (COOEPXXUTCS B MONTOYHbIX MPOAYKTax) B paLMOHE, a Takke YMEHbLUEHWe
noTpebneHnst XXUBOTHbBIX XUPOB; PEKOMEHOYETCH OrPaHUYUTb NOTPpebneHne BpeaHOW MM (TPaHCOKMPbI U T.M.), COMu,
COMeHbIX 61104, 1 COyCOoB. N36bITOUHbIN BEC TaKKe MOXET OblTb MPUYMHOM psifa 3aboneBaHui, B TOM umcne un AT,
noaToMy obcrielyeMoMy peKoMeHAyeTCsl cbanaHCUPOBaTb PALMOH NMUTaHWS, He MPEBbILATb PEKOMEHOOBAHHbIE eMY
KONMMYECTBa Kaflopui, XXMPOB W1 ymeBoaoB. Npu Hann4ymm nonnMopdumama B reHe MTHFR (Tem 6ornee npu NoBbIlLEHHOM
YPOBHE rOMOLIMCTEMHA) BO3MOXEH LOMOSNHUTESbHBIN NMpreM prbodnasmHa m/vnu donatos*. BnaronpusiTHbl @3pobHble
PursMyecKme Harpyskm B YMEPEHHOM KOMMYECTBE, U3NNLIHEE MepeHanpsbkeHne He XenaTtenbHO*. [Nns CHDKEHUS pycka
passuTUst AIT obcriefyeMoMy PEKOMEHOYETCS UCKITIOUUTb KypeHUE U CHN3UTb NOTpebneHue ankorons, kode u
copepxalumx kodenH CpeacTB OT rofloBHOM 60K (0CO6EHHO MpK HarnM4ymm nonmMmopdmama reHa CYP1A2).



‘ BMOCUHTES aNlbaOCTEepPOHa

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH MNonumopdusm leHotun YactoTa PesynbtaT AddekT
CYP1B2 rs1799998 T 27% ”PeﬂPaCHO”ON;i::C;iTTZ;g::epnponyKLMM 0 0

ANbOOCTEPOH - FOPMOH, BblpabaTbiBaeMbIi HaAMOUEYHVIKaMMK, SBMSIOWMNCS OOHOM U3 KITKOUYEBbIX COCTaBMSIOLUMX PEHMH-
AHMMOTEH3WH-aNbAOCTEPOHOBON CUCTEMbI, PEryIMPYIoLEen 6anaHC 3/1eKTPOSIUTOB, apTepuaribHOe OaBreHVe M KPOBOTOK.
Mopsipka 20% nonynsumMmM  pasBUTbIX CTPaH OBHapYXMBAlOT CK/IOHHOCTb K MEPBUMYHOMY  rUMeparibAOCTEPOHU3MY
(rMnepnpoaykumMmn anboocTepoHa HagnodeuHvkamu;, E26.0 no MKB-10), KOTopbIM, B CBOKO ovepenb, SBASeTCs MPUYMHON
okorno 10 (8-13)% crny4aeB apTepuarnibHON MNepTeH3un B LerioM U ropsiaka 20% criydaeB pe3vCTEHTHOM MMNepTEH3UM.
BbigensioT 2 Hanbonee yacTble NMpUYKMHBI MEPBUYHOMO MMNepasnibgOCTEPOHM3MA: anbAOCTEPOH-MPOAYLIMPYOLWME afeHOMbI
1 bunaTteparnbHas rMneprnnasms HagnoYeYHUKOB. Takke CyLecTBYIOT 3 TWMna HacneACTBEeHHOro rMnepaibaocTepoHU3Ma;
TN 1 coctaenseT 0,5-1% cnyyaes Al, Tvn 2 - okono 6% cny4yaeB All, TN 3 KparHe peaok.

HeanekBaTHO BbICOKMIA YpOBEHb aNbAOCTEPOHA BbI3bIBAET CHVDKEHWE YPOBHS PEHMHA B MjasMe KpoBM, yOAepXXaHve B
OpraHM3Me HaTpus, YTO, MOMMUMO MUMEPTEH3UWN, TaKKe TMOBbILAET PUCK PasBUTUS OPYrUX OCNOXHEHWU cepaeyHo-
COCYANCTON CUCTEMbBI U LIepebpo-BacKyNSPHbIX OCNOXHEHUI, YCUNEHHOE BblBeOeHUe Kanus, 3aboreBaHusl Modyek U gp.
MHTepecHo, YTO Npu 3TOM BUOCUMHTES anbOOCTEPOHa aKTUBMPYETCS KaneM. TakuM 06pas3oM, CyLeCTBYET TOHKMUIN BanaHc
MeXAy YPOBHSMU Kalus U albOOCTEPOHa, M MOBbILEHWE YPOBHSA MOCNEOHEro MOXET MNpUBECTU K TMMMoKanmeMum
(SBRSAOLLENCS OOHMM U3 CUMMTOMOB MEPBUYHOIO MMNeparib4oCTEPOHM3MA).

NccnenyeMble reHbl

CYP11B2

KoaovpyeT depMeHT anbooCTepOH-CUHTa3Y, SB/SIOLLYIOCS
Hapsagy C AM® OOHMM K3  KOMMOHEHTOB  PEHUH-
AQHMMOTEH3MHOBOW  CUCTEMbI, PErYNUPYIOLE KpOBSHOE
JaBreHve 1 o6beM MpPOKaYMBaEMON B OpraHM3Me KpOBU .
depMeHT KaTanuMaupyeT MOCNEdHIO CTaguio CUHTE3a
rOpMOHa anbOOCTEPOHa U3 [OEe30KCMKOPTUMKOCTEPOHA.
AnbOOCTEPOH B CBOKO ouvepedb UrpaeT posib B perynsumm
KPOBSHOrO  [aBMeHWs MyTeM MoAAepXKaHUs  BOOHO-
CONeBOro

GanaHca, aKTMBMPYETCS KalMeM W CrocobcTByeT ero
BblBEEHWIO no MPUHLMNY obpaTHoM CBA3M.
MonuMopdHbIN BapuaHT reHa CBSI3aH C  MOBbILEHHOMN
aKTUBHOCTbBIO reHa 7 YCUIEHHbBIM CMHTE30M
anbAOCTEPOHa, MPEeAPaCcroNOXEHHOCTbIO K MepBUYHOMY
rUNepasibAOCTEPOHU3MY.

3akJioueHue

FeHeTUYECKUIA aHaNM3 BbiSBUM Y OBCIIeQyEMOro BbICOKYHO CKITOHHOCTb K YCUITEHHOMY CUHTE3Y anbOoCcTepoHa. BbiseneH

OTHOCUTESNIBHO BbICOKMIA PUCK pasBUTUSA MTMNoKarimeMunn.



ObcnegoBaHUS

O6cnenyeMoMy BaXXKHO KOHTPOIMPOBATb YPOBEHDb aflbAOCTEPOHA, COOTHOLLEHWS YPOBHEN anbOOCTEPOHA U PEHMHA B
rnyasme KpoBW, a TakKe YPOBEHb Kanusi B KPOBU M MoYe. Takoke MOXET ObITb BaXKEH KOHTPOJb apTEPUaNIbHOro AaBneHus.
Mpy HapyLIEHNN COOTHOLIEHUS anbAOCTEPOH/PEHUH PEKOMEHAOBAHO MPOBEAEHME KOMIMbIOTEPHOM ToMOorpadum
HaAMNOYEYHWKOB /151 UCKITIOYEHMUS MUNepriasnm Ui ageHoMbl. [JonomHUTENbHO MOXET 6biTb Ha3HaAYeHO Y/bTPa3ByKOBOE
MccnegoBaHMe NoYek, kapamorpabuyeckoe obcnenoBaHne (0CO6EHHO MpY rvnokanemMmm). NockonbKy rMneprpoaykLums
anbOoCTEPOHa BeAET TakKe K MOBbILLEHHOW 3KCKPELIMM KasbLysl, MOXET ObITb PEKOMEHOO0BaH KOHTPOJb YPOBHS KaslbLMs B
KPOBU 1 MOYe, MNore3Ha OeHCUTOMETPUS (OCOBEHHO MPY HapyLIeHUM peuenumst ButammHa D).

PekoMeHOaLUmMm No npodunakTmnke

O6cnenyeMoMy MOXET 6biTb BaKHa KOPPEKLMS paLoHa Mo Kanumio, OCOBEHHO B Crlydae MnokKanmeMmm Kposu. Takke
obcriefyeMoMy MOXeT ObITb BaXXHO KOHTPONMPOBaThb NoTpebneHme Boabl, CO6MoaaTh BOOHbIA pexuM. Mpur
HEOBXOAMMOCTM BO3MOXHO HasHauYeHue obcneayeMoMy NpernapaToB — arOHNUCTOB MUHEPaIOKOPTUKOUOOBY.
PekoMeHOo0BaH Takxke npueM BUTaMmHa D*. HasHaueHWe OnypeTrKOB AOMKHO BbiTb MOL KOHTPOMNEM CreLmanmcTa, OHM
LOMKHbI BbITh Kanumcbeperarowmmm*,



[TMweBoe nosBegeHue

B npouecce nuweBapeHnss BCe NUTaTe lbHblE BELLECTBA PaCLLEnsaoTCs Ha COCTaBHble
3/IeMeHTbl, 4YaCTb KOTOpPbIX MepexoouT B MeXaHU4YecCKylo pa60Ty, BbIMNOJTHAEMYIO
MbllWL@AMN, @ Opyrad YacTb UCMOJ1Ib3yeTCAa A1 CUMHTEe3a 60o51ee CNoXHbIX COeaNHEHUN 1A
HakarmmBaeTCd B CrneuyaribHbIX MaKpOo3prmyeCkmnx coeanHeHnAXx.

OTOT npouecc obecrneymBaeT 3SHEpreTUYeckun OOMeH B OpraHM3Me, KOTOpbIn
HeobxoOMM O/ MOAOEPXaHUS XKM3HEOEATeNIbHOCTU U COXPaHEHUs] MOCTOSHCTBA
BHYTPEHHEN Cpefbl — rOMeocTasa. YCBOSIEMOCTb PasHbIX MATATESIbHbIX BELLECTB Y BCEX
nofer pasHasi, OHa 3aBUCUT OT  MHOMBUOYaSIbHbIX OCOGEHHOCTENM W COCTOSHWS
OpraHmM3aMa, a Takke OT o06bpasa >XM3HM 4YerioBeka, KomMdecTBa W KadecTBa
noTpebnseMon NuLL.

OCOBEHHOCTN GYHKLMOHUPOBAHMS SHEPreTUYEeCckOro 0bMeHa B OpraHM3Me BIUSIOT Ha
OCHOBHOW OBMeH BELLECTB M NuweBoe rnoBeaeHWe yenoseka. C OXMpeHMEM CBsI3aHbl
HE TO/MbKO MeTaboNMueckme HapylweHUs, HO W TMCUXOreHHble @aKTopbl, KOTOpble
MPUBOLASAT K CUCTEMaTUYECKOMY NepeenaHnio U HEOCO3HAHHOMY YBENNYEHUIO CYyTOYHOW
KarlopUMHOCTM paumoHa. s nogaepXaHus 300pOBbsi M CTPOMHOM GUrypbl HY>XKHO
PacCUUTbIBaTb MHOMBMOYASIbHYIO CYyTOYHYKD HOPMY KallopuUi U yUUTbIBaTb GUINHECKYO
aKTVBHOCTb YesioBekKa.
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SPPEKTUBHOCTDb
BbICOKOHOEKOBOW OMNETDI

Pesyn bTaT reHeTn4eCKoro aHasim3a

leH Monumopdusm TleHotn YacrtoTa Pesynbtat AdPekT

FTO rs9939609 A/A 20% MoBbILEHHDbIN PUCK pa3BUTUA nounabeta, B CBA3U C @ @

BbICOKWM PUCKOM pPa3BUTUA OXNPEHNSA

Mockonbky 6enku SBNSTCS BaKHENIWeN GYHKLMOHaNIbHOM 1 CTPYKTYPHOW COCTaBnsioLLEN OpraHMaMa, OHW 0bs3aTesibHO
OO/MKHbI MOCTYMaTb C MUwen. B xenyake oHW paclennisioTcs nog, AeCTBMEM MPOTeOoUTUYECKUX GepMeHTOB (NencrHa,
TPUMNCUHA, XUMOTPUMNCKHA W Op.) AO aMMHOKWMCIIOT, KOTOpble 3aTeM YCBaMBalOTCsl, BCACbIBAOTCSH B KPOBb M MOryT SIM60
MCMOsb30BaTbCsl B MpoLecce TPaHCHsumMM OJ1s CMHTE3a COBCTBEHHbIX ©OEeflkoB OpraHvaMa, Nmbo noasepraTbes
MeTabonmaMy uyepes KeTOKMCNOTbl C 06pasoBaHMEM [TIHOKO3bI, JIMMMOOB, KETOHOBbIX Tes. O6pasoBaBLUMINCA B MpoLiecce
pacnaga aMMuaK BblIBOOMTCS B BMOE MOYEBMHbl Yepe3 nouvkn. Ocoboe 3HauveHWe VMeloT BXOAsWme B cocTaB 6esnkos
He3aMeHVMbIe aMWHOKMCIOTbI, KOTOpble KPOME KaK M3 MULLM OPraHuMaM MOoslyuuTb He MOXEeT HWKak. Benku HacTonbko
BaXHbI, YTO MOYTK 060e HapylweHne 6eslKOBOro obMeHa BedeT K Cepbe3HbiM HapyLeHWsIM pasBuTUS M60 BOBCE
HECOBMECTVMO C XXM3HbIO.

MoMUMO 3TOro, 6K CrOCOBCTBYIOT BbICTPOMY HACbILLEHMIO MPWY MPUEME MUK MPUTOM, YTO UMEIOT B 2 pasa MeHbLUYO
KaNopUMHOCTb, YeM XMpPbl U yrmeBodbl. [O3TOMY BbICOKO6E/IKOBasi AMeTa CUMTaAEeTCs OOHOW 13 Haubornee 3G PEKTUBHbIX U,
B MPUHLMMNE, MOXET 6biTb pekoMeHAoBaHa GOMblUMHCTBY JIOAEN, Xenalowmx COpoCcUTb UM KOHTPONMpOBaTh Bec (B
cnyyae, €CiM Yy HWUX He OBHapyXeHbl 3abonesaHua rnouek). OpgHako, Kak Mokasalv UCCNenoBaHus, Ha ee
HEemnocpeACTBEHHYO 3bdEKTUBHOCTb BIUSIET rEeHOTMIM.

NcecnepyeMble reHbl

FTO

Kop,mpyeT 2-0KcornyTapaT-3asmcmmy|o p,eMeTmnasy, |_|O}'II/IMOp¢M3M 3TOro0 reHa c¢CBA3aH C 3aMe/1eHHbIM
KOTOpasdA WaCTByeT B MO,D,VId)VIKaLJ,VIVI HYKﬂeVIHOBbIX LIYBCTBOM HacbllWeHnda wm YBel'IVI'vIeHHbIM I'IOTpe6J'IeHl/IeM
KUCMNOT, OCYLLECTBNSIOWMX  PErYNSTOPHYIO  QYHKLMIO. Kanopu WM BHOCUT OOMbLIOM BKIaL B  pasBUTME
Benok BblpabaTbiBaeTcs B 6GOMbllEN UMK MeHbLUeNn oXupeHuns. OgHako 3TOT  PUCK  MOXHO  CHU3UTb
CTeneHn MnoYTU TMOBCEMECTHO B  OpraHuv3ame, HO perynsipHon Guan4eckom akTUBHOCTbIO.

MaKCMMaJiIbHO - B HepBHOVI TKaHN WU OCO6eHHO B

rmnoTanamyce.

3akJiroyeHmne

leHeTUYeCcKU aHanmMs BbISIBUM Y 0BCriefyeMoro BbiICOKYK MOTPeBHOCTb B COBMIOAEHNN BENKOBOW AMETbI 4151 COXPaHEeHWs!
dwmsnueckon dopMbl. Bbicokobenkosasi aneTa apdeKkTBHa U MOXET BbITb peKoMeHaoBaHa.



ObcnegoBaHUS

Mpw BbICOKOBETKOBOW OMETE BaXKHO PerysisipHO KOHTPOIMPOBaTb YPOBEHb B KPOBW obLuero 6eska, anbbymMmHa,
6unmpybuHa, umctatmHa C U/vnm KpeaTuHWHA, GEPPUTUHA, Kanus, KanbLps, MarH1s, GOIMEBON KMUCNOTbI, @ Takke
perynsipHoe HasHauaTb ObLWmMM aHanmn3 Mouun*. MNpu HeOBXOOUMOCTW OOMONHUTENBHO MOXET OblTb Ha3Ha4YEeHO
YNBTPa3ByKoBOe obcnenoBaHne nodek*. MNpu obHapy>XeHWM HapyLLIEHWIA MoYeYHbIX GYHKLMIA BbIcCOKOGEeNKOoBas aveTa He
peKoMeHayeTCs WM OO/MKHa Ha3HaYaTbCsl MOA, CTPOMMM KOHTPOMeM crieupanncta*. Ecnm obcnegyembii UCMbITbIBaET
npobnembl ¢ cObAeHNEM ONETbI, eMy MOXET BbiTb peKOMeHAOBaHa KOHCY/IBTaLMs MCUXOnora Unm ncuxotepanesTa.

PekoMeHgaumm rno npodunakTrke

Ob6cnenyeMoMy peKoMeHA0BaHO Ha3HaYeHMe BbICOKOHETKOBOW AMEeTbl MpU OTCYTCTBUWM 3a601eBaHUM MoYeK 1 NeYeHn.
O6crnenyeMbli CKITOHEH YyBCTBOBaTb CbITOCTb Yepe3 30-40 MUHYT Mocne NpUeMa MM, YTO MOXET MPUBOANTD K
CYLLECTBEHHO U3ObITOYHOMY MOTPEBNEHUIO Kanopui. EMy pekoMeHayeTcsi BKtoUaTb 6enku B Kaxabi MPUeM MULLM m
YBENUUNTD UX OO0 B paumoHe go 20-25%, T.e. 0o 1,8-2,5 r/kr noeanbHown Macchl Tena*. [ns nogaep>aHus
ONMTVMarIbHOro Beca 0bcniefyeMOMy O4YeHb BaXKHO He MpeBbIlaTb PEKOMEHO0BaHHbIE €My HOPMbI MOTPebeHNs XXMPOB U
ymeBofoB. Mpu 6enKkoBon aueTe BaXXHO MUTb JOCTaTOMHOE KOMMYEeCTBO BOAbl. HeobXxoamMMO yyecTb, UYTO O/1S CHMKEHUS
Beca AveTa AO/KHA ObiTb MMMOKaropunHom*. NMoMrMo 6enKoB ANst MogaepXKaHUs ONTYMaribHOrO BeCa BaKHO BKITHOUEHME
B PaLMOH JOCTaTOYHOMO KOMMYECTBA MULLEBbIX BOSTOKOH. TakKe MpU BbICOKOOENTKOBOM AMETE BaXKHbl perynsipHbie
Pusnyeckme Harpyskmn*.



‘ N36bITOUHbIN BEC 1 OXUPEHUNE

Pe3yn bTaT reHeTUu4eCkKoro aHasim3a

leH Monumopdusm leHoTMn YYacToTa Pesynbtat AddekT

ETO rs9O939609 A/A 20% MoBbILEHHDbI PUCK pa3BnTnNA nuabeTa, B CBA3U C @ e

BbICOKWM PUCKOM pPa3BUTUA OXNPEHNSA

MC4R rs17782313 T/T 51% He BbZlKBOJ'IeHa npenpacrosioXXeHHOCTb K CHUXXEHNIO @ @
POCTU noagassieHns YyBCTBa rosioda

ADRB3 rs4994 T/T 12% I'Ipe,u,pacnonoerHOCTb K BbICOKOW CKOpPOCTH @ @

MMoSM3a B OTBET Ha BbIGpOC afpeHanvHa

MNpenpacnonoXeHHOCTb K CHUXEHUIO aKTUBaLMKM

ADRB2 rs1042714 C/G 51% rMIMKOreHosIM3a B OTBET Ha YBeSIMYeHNe YPOBHS 06
° afpeHannHa, pUCcK M36bITOYHOrO Beca yMEPEHHO
MOBbILLEH
FABP2 rs1799883 G/A 42% MpenpacnonoXeHHOCTb K YBENIMYEHUIO CKOPOCTU ® 0

TPaHCNopPTa HaCbIWEHHbIX XXUPHbIX KNCOT

PPARG rs1805192 C/G 27% npeiiﬁCﬂOﬂO)KeHHOCTb K MPOMEXYTOYHOU @ @
POCTUN POCTa XNPOBbIX KJIETOK

CD36 rs1761667 AJA 32% MpenpacnonoXeHHOCTb K HU3KOW BKYCOBOW 00

YyBCTBUTENIbHOCTU K XNPaM

M36bITOUHBIN BEC N OXUPEHUE SBMSIOTCA Ha CErofHsIUHWUMA OEeHb OOHOM M3 CaMblX Cepbe3HblX MeayKO-COLMarbHbIX
npobnem. Tak, B 2016 rogy 6onee 1,9 mnppg Yenosek craplie 18 net mMenm n3bbiTOYHbIA BEC, M3 HMX CBbilwe 650 MIH
CTpapanv oXuvpeHneM. Npy 3TOM YMCNO AETEN M NMOAPOCTKOB, MMEIOLWMX U3ObITOUHbIN BEC WM CTPaAAIoLLMX OXUPEHNEM,
cocTtaBmno 430 MNH. Y B3pOC/bIX ONarHO3 «M30bITOYHbIM BEC» CTaBUTCS Mpy MIMT Gorblue Unmn paBHOM 25, «oXUpeHue» —
npy UMT 6onble mnu pasHoM 30, «MopbuaHoe oxupeHue» - npu MT 6onblie unu pasHoM 40 (unu 35 ¢ cepbesHbIMU
OCNTOXXHEHUSIMW).

Cpean MEXaHV3MOB OXMPEHWSI MOXHO BbIOENUTb HEMPOreHHble, SHAOKPUHHbIE 1 MeTabonuyeckue. B OaHHbIM paspen B
rnepBsylo odyepenb BItoUeHa MHbOPMaLMst O NoMMopdU3Max, CBSI3aHHbIX C MeTaboNIM3MOM M OTYaCTU - C perynsumen
anneTuTa. MpUYUHBI HEMPOreHHOTO OXUPEHUSI KPOKOTCSI OBbIMHO B MCUXMKE M MOTYT BbiTb CBSI3aHbl C aKTMBALMEN CUCTEM,
y4yacTByOWMX B GOPMUPOBaHMM YYBCTBA YAOBOMbCTBUS, UTO MPUBOOUT K WU3ObITOYHOMY MpueMy nuwm. MeTtabonunyeckme
MEXaHW3Mbl PasBMBAIOTCA B CBA3WM C HapylleHMEM OBbMeHa XWPOB W/MU YITIEBOAOB W WX OTIIOXKEHUEM B U3ObITOYHOM
KonunyecTse.

MpU HapyWeHUsX XMPOBOrO OBMeHa YCUNMBAETCS CUHTE3 TPUTIMLEPUOOB U JIMMOMNPOTENOOB, B pesynsrate 4Yero
BO3HWKaET MUMNEPNUMUAEMUA U TUMEPXONECTEPUHEMMUS, MOBbILAETCS YPOBEHb CBOGOAHBIX >XMPHbBIX KUCIOT. B criyyae
HapyLLeHVs1 YITeBOAHOro obMeHa HapyluaeTcsl MeTabonM3M [THOKO3bl, MOBbILIAETCH KOMMYECTBO TIMKOreHa B MeYeHu, npum
3TOM B MbIEYHOM TKaHU YTUNIM3aLMS TIIOKO3bl HapywaeTcs. CrnenyeT OTMEeTUTb, YTO U3BbITOUHbIM BEC, B CBOKO o4vepemb,
aBnaeTcs GakTOpOM pUCKa PasBUTUA MHOMMX 3aboneBaHWi, B MEPBYIO odepelb CepAeUHO-COCYOMCTbIX W CaxapHOro
omnabeTa 2-ro Tvna.

Ha cerogHsilwHMIA oeHb BbisBrneHo 6onee 900 nonmMopdHbIX BapuaHToB B 6onee Yem 530 SIoKycax, aCCOLMMPOBAHHDBIX C
M36bITOYHBIM BeCcOoM. MO [aHHbIM HOBEWWero MeTaaHanusa, MeHeTUKOM ObbsicHsSeTCs nopsioka 14% Bapuaumy MHOeKca
Maccbl Tena, HacneayeMoCTb MHOEKCa MacChl Tena cocTaBnseT 6onee 22%.



NccnepyeMble reHol

FTO
KooupyeT  2-oKcomyTapaT-3aBUCUMYIO  [eMeTunasy,
KoTopas ydyacTByeT B MoOOUOUKaLMM  HYKITEMHOBbIX

KWUCMOT,  OCYLECTBASIOWMX PEFYNSTOPHYIO  PYHKLMIO.
Benok BblpabaTbiBaeTCs B 6GOMbllEN UMK MEHbLUEN
CTeneHn Mo4YTX TMOBCEMECTHO B  OpraHusMe, Ho
MaKCUManbHO - B HEPBHOM TKaHM U OCOBEHHO B
runotanamyce. [lonvMopdu3M 3TOro reHa CBf3aH C
3aMeJ1IeHHbIM  YYBCTBOM HaCbIWEHUSI W YBESTUYEHHbIM
noTpebneHreM Karnopum U BHOCUT 6onbllon BKIag B
pasBuUTUE OXMPEHUs. OOHAKO 3TOT PUCK MOXHO CHU3UTb
perynsipHon GuUsmn4ecKom akTUBHOCTbIO.

PPARG

KooupyeT ramma-penenTop nponudepaLmm nepoKCHCoM,
KOTOPbI B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOW TKaHW, B
HebOMbIION CTEeMeHN - B KUWEYHWKe, Kesnyake,
rmnaueHTe, MOYeBOM nysblpe, snerkux. OCHOBHOM
dyHKUMEN aToro 6enka SBNSETCS aKTMBaLUMS EHOB,
CBSI3aHHbIX C aKKyMyrsiuMen Xupa, ouddepeHUmMpoBKOM
KIIeTOK >XMPOBOW TKaHW M MUOBNacToB. MrpaeT BaXHYIO
ponb B UYBCTBUTENIBHOCTU  PasfNMYHbIX TKaHeM K
MHCYNuHy. [MonuMmopdHass 3aMeHa B 3TOM  reHe
GnaronpusiTHa M CBsi3aHa C 6onee HU3KOM CKOPOCTbIO
pOCTa XXMPOBOW TKaHW.

MC4R

KooypyeT  MenaHOKOPTUMKOTPOMHbIN peuentop 4,
KOTOpbIA ~ OTHOCUTCS K @HOPEKCUIeHHOW  4acTu
perynsTopHoro nyTn nMULLEBOro rnosefeHvs

(MenaHoOKOPTUHEPINYECKMIA MYTb). IKCrpeccupyeTcst B
LIeHTpasibHOM HEpBHOM cUCTeEMe, B MepBylo oudepeib B
rO/I0BHOM Moasre. BzavmopeincTeyeT c
a0PEHOKOPTUKOTPOMHBIM U MENAHOLMT-CTUMYNMPYIOLLM
ropMoHamy. Yepes a3TOT peuentop npu ydactum G-
6e5KoB  3aryckaeTcs CuUrHaa O MOoAaB/IeHMM YyBCTBa
ronoja U CHWXeHWn notpebnerHus nuwm. NMonumopdHas
3aMeHa B 9TOM FeHe CBsi3aHa CO CHWPKEHHOWM CKOPOCTbIO
MOAABMEHUST YYBCTBa rofoja W yBeNMYEHWEM OOLLEN
KarnOpUMHOCTU paLMOoHa.

ADRB3
KooypyeT 6eTa-3-agpeHeprmieckmin  peLenTop, 4Jepes
KOTOpbIM rnop, BO3OEVNCTBMEM KaTexonaMMHOB

ornocpenyeTcs NMNonM3 1 TepMoperynaums. Peuentop
OeNcTByeT B agunouuTax, Mpyv 3TOM MakKcWMaribHas
IKCMpeccuns reH OTMeYaeTCsl B sMYHMKAX, a Takke B
MAaueHTe, XXeNYHOM U MOYEBOM My3bIPsiX.

FABP2

KooupyeT nepeHOCUMK XUPHbIX KUCNOT 2-ro Tuna. benok
CBA3bIBAET XKMPHbIE KUCIOTbl B TOHKOM  KULLEYHMKE,
CrnocobCTBYET 60Mee akTUBHOMY WX YCBOEHUIO, ObnagaeT
BbICOKUM CpoacCTBOM K HacCbIWEeHHbIM XKUpaM,
obecrneyrBaeT 3axsaT, BHYTPUKIETOYHbIA TPaHCMOpPT M
MeTabonmaM  AJIMHHOLEMOYEYUHBbIX  >XXMPHbIX  KUCMOT.
SKcnpeccmpyeTcsl B KULWeYHWKe. MonnMopdmsm B 3TOM
reHe CBsi3aH C YCKOPEHHbIM TPaHCMNOPTOM HAaCbILWEHHbIX
XUPHbIX  KUCNOT WM MOBbIWEHHbIM  PUCKOM  Habopa
M36bITOYHOro Beca.

CD36

KooypyeT peuenTop K >XUPHOMY, KOTOPbIA SBAsSieTCS
WMHTErpasibHbiIM MeMbBpaHHbIM GeslkoM, OTBEeYaloLWMM 33
MeTabonmam XXUPOB (cBsi3blBaeT OKUCNEHHbIE
NIMMOMPOTENHBI  HU3KOM MIOTHOCTK,  dochonunuabl U
XXUPHbIE KUCOTbI), Pacro3HaBaHWE >XMPOB B MWE Ha
BKYC, YCBOEHME XWMPOB B KULIEYHMKE. MaKCKMManbHO
IKCMPEeccHpyeTc B XMPOBOWM TKaHM, a Takke B
HeBO/bLLIOM KONMYecTBe B ceple, cenieseHke, nnaleHTe
M OpYrUX TUMax KIIeToK, BKIOYas MOBEPXHOCTb 3MUTENUS
BKYCOBbIX COCOYKOB. [lonMMopdumaMbl B 3TOM reHe
CBSAi3aHbl CO BKYCOBbIM BOCMPUSATMEM TEKCTYPbl >XUPHOM
MAWM U M3BBbITOYHBIM MOTPEBNEHNEM XMPOB, UTO MOXET
NPUBOANTD K HABOPY M3BbITOYHOMO BECa.

ADRB2

KogupyeT 6eTa-2-agpeHepruyeckmin peLenTop — MOHHbIN
6enKkoBbIi  KaHan  UMTOrM/asMaTu4eckon  MeM6paHbl
KNeTKY, WMEIOWMA BbICOKYO CTEneHb CpoAcTBa K
agpeHanvHy U1 obecrneuvvBalolMi  MOBbIWEHVE  Wn
CHWXEHWEe MeTaborMyeckon akTUBHOCTU MHHEPBUPYEMOM
TKaHW wnu  opraHa. AkTmBaumss ADRB2  Bbi3biBaeT
yBe/IMYEHNE UHTEHCUMBHOCTU TIMKOreHonmsa. B reHe
Hanbonee wm3ydeHbl [OBa nonuMopdmama: Glyl6Arg
(cBsI3aH C cepaeyYHbiM BbIBPOCOM B MOKOE, MOBbILLEHHOM
OpoHxoaunaTaumMen U BbIHOCAMBOCTHIO) U GIN27Glu
(cBfIBaH C OXMPEHWEM U [TIMKOreHONM30M, pacragoM
IMMKOreHa Npu GU3ndYeckor akTMBHoCTM). Annenb 27Glu
(G) cBsizaHa CO CHWPKEHHOW CKOPOCTbIO MMKOreHonmMsa B
OTBET Ha BbIOPOC agpeHasiMHa W MOBbILUEHHbIM PUCKOM
Habopa M36bITOYHOIrO BECa/OXUPEHUSI.

MNonnMopdK3M B reHe CBSI3aH CO CHMXKEHMEM BblpaboTKM
JaHHOro peLentopa B TKaHsX, YTO 3aMemiseT MnpoLlecc
CKUMaHUS XXMpPa, U acCoLMMPOBaH C pPasBUTMEM TaKUX
3ab60neBaHUM, Kak rMnepToHUYeckass 6one3Hb, CaxapHbIn
OMabeT, OXUpeHVe.



3akJioueHue

FeHeTUYEeCKUI aHanm3 BbiBUT Y O6CNIeLyeMOro CpedHIo NMpeapacrnofioXeHHOCTb K HABOPY M3BbITOYHOIO BECa, CPeaHMIM
PUCK OXMPEHUSI.

ObcnegoBaHUS

O6cnenyeMoMy XXenaTenieH KOHTPOsb Macchl Tena. NMoMyMO 3TOro, XenaresibHO NePUOANYECKU KOHTPOIMPOBaTh
JIMNUAHBIA CMEKTP KPOBW (YPOBEHb TPUMMLIEPUOOB, OOLWEro xonecrepuHa, xonecrtepwuHa JIMBI v JTNHIM), a Takke
YPOBEHb [T1OKO3bI, MMKO3UTMPOBAHHOIO reMOITIObMHaA M MHCYMHA B KPOBW. Takke XXenaTenbHO KOHTPOIMPOBaTb
apTepuarnibHOe OaBfeHne, OCOBEHHO ecniy U3ObITOYHbIM BEC NMPUCYTCTBYET. KpoMe TOoro, M36bITO4YHbI BEC MOXET ObITb
TaKXKe CMMMTOMOM HapyLIEHWUA paboTbl 9HAOKPUHHOM CUCTEMbI (TUMOTUPEO3, CUHAPOM KyLLWHIE, HapyLLIEeHWS]
rMnoTanaMmyeckmx GYHKUMA U 4p.), MO3TOMY MpU HanM4mm y o6crenyeMoro n3bbiTOYHOro BECa PEKOMEHIYETCS TaKkKe
npoBecTn obcnenoBaHne GYHKLUMA LWUTOBUOHOW Xenesbl (aHanms yposHS T3 1 T4, TTT, a Takke Y3U WwToBMOHOM
enesbl) 1 rmnodmsa (MccnepoBaHve TTT, nponakTuHa, MPT runodusa)*. Mpuv HamMYmm KIMHUYECKMX NMOKa3aHUA U Mo
pekoMeHOaLmMKM CrneLmanmcTa BO3MOXHO Ha3HauYeHWe OOMONHUTENbHbIX Crieumduieckmnx obcieaoBaHum®.

PekoMeHgaumm rno npodunakTmke

[nsi nopnep>XaHnst oNTUManbHOro Beca 06cnelyeMoMy XernaTesIbHO He MpeBbIaTh PEKOMEHAOBaHHbIE MY HOPMbl
noTpebrneHns XMPOB 1 YIMeBOAOB. Mpy HEOOXOAMMOCTM CHIDKEHUS BeCa NMUTaHME OOMKHO ObiTb MMOKaSIOPUIAHbIM,
BO3MOXHO CObrtofeHMEe BbICOKOBEKOBOM, HU3KOXMPOBOW UMW HU3KOYEBOAHOM AneTbl. Ecnn obcnenyeMbiin
VCMbITbIBAET NPOBGIEMbI C COBMIOAEHNEM PEXMMA MUTaHWUS 1 OUETbI, EMY MOXET BbiTb PeKOMeHAOoBaHa KOHCY bTaLms
ricuxorora Uin ncuxoTepanesTa. XKenaTebHO BKIIOYEHME B PALMOH JOCTaTOYHOMO KOMMYECTBa MULLEBbIX BOSTOKOH.
YenaTtenbHO orpaHUYUTb ynoTpebneHWe ankorons. Takke obcnenyeMoMy BaxHbl PeryrisipHble GU3nyeckme Harpysku.
Mpy HeOBXOAMMOCTM MOTYT 6bITb HasHauYeHbl METOOPMUH, OPNINCTAT WM Opyrve npenapaTbl, UCXOOs 13 XapakTepa
HEeMOCPeACTBEHHOM KITMHNYECKOW KapTUHbI*.



f
[NoTpebneHme aHeprmm 3 nNULU

Pe3yn bTaT reHeTu4YeCKoro aHasim3a

leH Monumopdunsm TleHoTMn YacToTa PesynbrtaT AdPekT

FTO r59939609 A/A 19% ﬂpeﬂ.paCI‘IOJ‘IO)quHHOCTb K MeasIeHHOMY MosABEHNIO @ @
YBCTBa HacCblLlLeHNA

MC4R rs17782313 T/T 51% He BbisBneHa npenpacrosioXXeHHOCTb K CHUXEeHNIO @ @

CKOPOCTWM nogasrieHnsd YyBCTBa rosioda

BocnonHeHve 2HepreTn4yeCkMx 3atpaTt B OpraHM3Me NponNCxXoouUT 3a CHYeT NuUTaTesibHbIX BeWeCTB, NOCTYyrnatowmnx U3 nmn.
OCHOBHbIMW  UICTOYHUKaMU 2Heprum Onsg 4yernoBeka dABndaAloTCA XUPbl U yrmeBoadbl. B npouecce nuueBsapeHns BCe
nnTaTeNbHble BelwecCTBa pacllennaroTCa Ha COCTaBHble YacTU, KOTOpPbIe BCacCbiBalOTCA B KMWEYHUKe N nepepa6aTb|Bar0Tc9|
OpraHM3MoMm. HpOLI,eCCbI YCBOEHUA XNPOB U YmeBoOoB B OpraHM3amMe TeCHO B3aMOCBA3aHbl Opyr C APYroM.

MNoBbILEeHWE YPOBHS TIHOKO3bl B KPOBW, BbiI3BaHHOE PacLUErn/IeHVEM YITIEBOOAOB, YBE/IUYMBAET OUOCUHTES TPUMULIEPUOOB U
YMEHbLLIAEeT pacraf, XXMPOB B XMPOBOW TKaHW, TakMM OOpPasoM, B KPOBb MOCTYMNaeT MeHblue CBOOOAHbBIX XUPHbIX KUCIOT.
O6beM MOTPebneHUst MWW PEryNVPYETCS MMNOTaniaMyCcoM oL, AEUCTBUEM OCHOBHbIX FOPMOHOB FOSTIOAA M HACbIWLEHUS —
nenTtmHa (CHWXXEHWE YPOBHSI KOTOPOro BeAeT K YCWUIIEHWIO armneTuTa, MOCKOSbKy B HOPME OH MOoOaBnsieT BblpaboTKy
OTBETCTBEHHOIO 3a GOpMUpOBaHME YYBCTBA rosiofja HemporenTtuaa Y) v rpesivHa (MoBbileHME KOHLEHTPAaLMM KOTOPOro
CBSI3aHO C HaCbILWEHMEM).

leHeTUYecKMe pasnnuMa OMNpedenstoT, Kak 6ydeT OLeHMBAaTbCH HEePBHOM CUCTEMOM 6anlaHC 3TUX FOPMOHOB, @ Takxke
BMMSIOT Ha CyObeKTMBHOE BOCMPUSITUE rOModa M HacbiweHus. B mepByto ouepedb CyLWECTBEHHbIA BKMag BHOCST
MoNMMOpPPU3Mbl FEHOB, CBA3aHHbIX C BbIPAOOTKOM FOPMOHOB MMMOTasiaMyca, PerynmpyoLmx NUeBoe NoBeaeHue, a Takke
pPeLenTopoB K HUM.

NccnepnyeMble reHbl

FTO
KogoupyeTt 2-0KCOorTyTapaT-3aBUCKMYIO neMeTunasy,
KOTOpas y4yacTByeT B MogMduKaLmMmn  HYKIIEUHOBbIX

KUCNOT, OCYLECTBMSIOWMX PEryNSTOPHYIO  GYHKLUMIO.
Benok BblpabaTbiBaeTca B OOsbller WM MEHbLUEN
CTEMeHW TMOYTW TMOBCEMECTHO B  OpraHuMaMe, HO
MaKCUMaribHO - B HEpBHOM TKaHM W OCOGEHHO B
runoTanamyce. [lonMMopdmnaM 3TOro reHa cBA3aH C
3aMe/1IeHHbIM  YYBCTBOM HAaCbIWEHUS W YBESTUYEHHBIM
noTpebneHMeM Kanopum MU BHOCUT OGOMblION BKIaL B
pasBuUTUE OXMPEHUs. OOHAKO 3TOT PUCK MOXHO CHU3UTb
perynspHon GpuUan4eckom akTUBHOCTbIO.

MC4R
KogupyeTt MeNaHOKOPTUKOTPOMHbIN peuentop 4,
KOTOpbIM ~ OTHOCUTCH K  AHOPEKCUIeHHOM  4acTu

perynsiropHoro nyTv NMLLEBOro rnosegeHvst
(MenaHOKOPTUHEpPruyecknun MyTb). IKCrpeccupyeTcs B
LleHTpasibHOM HEpPBHOM CUCTEME, B MEpBYO oO4vepedb B
rOSTOBHOM Moasre. B3aumMopencTeyeT c
aOpPEeHOKOPTUKOTPOMHBIM - 1 MENTaHOLMTCTUMYIMPYHIOLLIM
ropMoHamn. Yepes aTOT peuentop npu yvactum G-
6enkoB 3amnyckaeTCsa CUrHal O MOJdaB/eHUM YyBCTBa
rofioja W CHWXXEeHUM notpebneHus mviwp. MNonnmopdHas
3aMeHa B 3TOM reHe CBsidaHa CO CHWDKEHHOWM CKOPOCTbIO
nodaBneHnss YyBCTBa FONOAA W yBeNMYEHWEM obLwen
KaNoOpUMHOCTM paLmoHa.



3akJioueHue

[eHeTUYeCKNN aHan13 nokasan, uYTo Yy o6cnep,yeMoro mMeeTcHd Cpe[J,HMVI pnck Ha60pa BeCa 13-3a BO3MOXXHbIX Hap)/LLIeHMﬁ
d)OpMVIpOBaHVIﬂ YyBCTBa ronoaa " HacbllWeHNS.

ObcnegoBaHUS

ObcnenyeMoMy XenaTtesibHa exeaHeBHas duanyeckas akTMBHOCTb. EMy pekoMeHayeTCs BbiChbINaTbCs, YTOObI UCKITHOUUTD
HapyLUeHWs1 BbIpabOTKM FOPMOHa rpesivHa, MOoBbILAoLLEero anneTuT. He xenatenbHo Job6aBnsTh B 6/t04a MHOMO NMpurnpas
1 conn. O6crnenyeMoMy MOXHO PEKOMEHO0BATh MPOBEPUTb YPOBHW rpesiHa 1 NenTuHa, MHOKO3Y B KPOBU U
NMNMJorpamMMy (TpUMMLEPUIbI, OOWMIA XonecTepuH, xonectepuH JTMBIM 1 JTNHM)*. JononHUTeNbHO MOXET ObiTb
MOJIE3HO MPOBEPUTL MOPMOHbI LUMTOBUOHOM Xenesbl (T3, T4, TTI), nomkenynouHom xenesbl (MHCYMH)*.

PekoMeHgaumm rno npodunakTrke

Y obcriefyeMoro MMeeTcs CpeaHUN PUCK HapyLLEHWS MULLEBOro NMoBeAeHWs, MO3TOMY BO3MOXHO NepeedaHuve. YTobbl
CHU3UTb PUCK MepeefaHusi, eMy criefyeT OnpeaennTb pasMep PeKOMEeHA0BaHHOM MOpLUMM efbl U He MPeBbIaTh ero*.
OnTUManbHbI MHTEPBas Mexay NpMeMamMm NULLM cocTaBnseT 5-6 yYacoB. EMy pekoMeHOoBaHO nuTaTbes 3-4 pasa B
neHb. Ecnm HeobxoamMMo yBeNMUYUTb KPaTHOCTb NMUTaHWs 0o 4-5 pas B CYTKW, TO AOMOSHUTESbHbIE MPUEMbI MUK He
LO/MKHbI COAepPXKaTb YrneBoabl (AOMYCTUMbI HEKPaXManMCTble OBOLLM, 6e/IkM 1 MonesHble XMpbl). PekoMeHaoBaHbI
BPEeMeHHble OrpaHUYeHns B yroTpebrieHnn ymesogos: A0 12:00 BO3MOXHO ynoTpebnsTb AOMYyCTUMOe KONTMYECTBO
MPOCTbIX YTeBOAOB, GpyKTbl, Aroapl; Ao 16:00 - cnoxHble ymeBofp! (Kpyrbl, x/1€6, MakapOHbI) U KpaxMariUCTble OBOLM
(kapTodernb, KyKypy3a, ceekna); nocne 16:00 - HeKpaxmMarucTble OBOLWM (OrypLbl, TOMaTbl, BCE BUAbl KanycCTbl 1 Ap.)*.
KenatenbHO NuUTb Boay 3a 20 MUH. OO NMpUeMa ML,



CuncteMbl geToKcukaumm

JeToKcukaumsa — MpoLEeCcC OUMLLEHUS U HEUTPANM3aLMM TOKCUYECKMX U OTPaB/IAIOLLMX
BELECTB B opraHuaMe. OpraHuaM crocob6eH CaMoCTOATENbHO 60pOTbCA C HEKOTOPBIMU
TOKCMHaMM BHEWHeN cpedpl, HO He Yy BCexX Joden 3TOT Mpouecc AOCTaTOYHO
apdekTmBEH. [MpX HEKOTOPbIX MOMMMOPdU3Max B reHax CUCTEMbl BblBeOEHWS
YYXXEPOAHbIX BELLECTB HapyLieHbl, MO3TOMY TOKCMYECKME BeLlecTBa CKar/iMBaloTCs B
OpraHMaMe, YTO OKasblBaeT OTpPaBNAloWeEe M paspylwatolee aencreme. K TOKCUYecKM
BELEeCTBaM, C KOTOPbIMU Mbl CTafKMBaEMCS MPaKTUYECKU eXEeOHEBHO, OTHOCATCSH:
HUKOTUH W TabauHblA [ObIM, ankorosib, XMMUYECKMe BeLeCTBa, BblOensiowmecs B
npoLecce >apeHus MPOAYKTOB, MPOAYKTbl CropaHus aBTOMOGWIBHOIO TOMMBA,
KOMIMOHEHTbI MPOMBILIIEHHOIO CMOTa.

Mpouecc OeTOKCUKaLMM MPOUCXOONT MYyTEM XUMUYECKOW MoaudUKaLMM MU OEeNUTCA Ha
oBe ¢asbl. CHayana mMoCTyraloWmMe B OpraHM3M YyepopdHble COeOUVHEHUst -
KCEHOOMOTUKM — aKTUBUPYHOTCH C MOMOLLLIO PEPMEHTOB M OOPa3YIOT KOPOTKOXMBYLLME
MPOMEXYTOUHbIE 3NeKTPOGUIIbHbIE MeTaboNNTbI, KOTOpble obnapatot
rEeHOTOKCUMYECKMMM  CBOMCTBaMW. Bo BpeMsa BTOpoM @asbl  MPOMEXYTOYHble
MeTaboNnTbl MPEeBpaLLlalOTC B BOAOPACTBOPUMbIE HETOKCMYECKMEe MpOoayKTbl U
BbIBOAATCS M3 OpraHm3Ma.

84 Kon obcnemyemoro myexpert]



@ MeTabonmM3aM aTaHoNa

Pe3yn bTaT reHeTnu4eCKoro aHasim3a

leH Monumopdusm TleHotnn YacToTa PesynbTat SddekT

ADH1B rs1229984 G/G 97% npeﬂ,paCI'IOﬂO)KeHHOCTb K yMepeHHon CKOpPOCTH @ @

MeTabosM3Ma ankoross

3TaHON — NPo3paYHOe OpraHNYecKoe BeleCTBO OTHOCUTESIbHO HEBGOSLLLOM MOJIEKYSIPHOM Macchl, OOHOATOMHbIN CrUPT C
XapaKTEPHbIM 3aMaxoM U BKYCOM, JOCTATOYHO fleTyyee. STUMOBbIA CUPT B CYLECTBEHHbIX KOHLIEHTPaLMSX COOEPXUTCS B
TaKUX a/IKOrOMbHbIX HaMMTKaX, TakMX Kak MMBO, BUHO, KOHbSIK U MpoYmMe, SIBASISICb UX CaMOM 3HaUYUTENbHOM COCTaBMSIOLLEN.
3TV HanUTKY, MOMWMO 3TaHOMa, COOEPXaT TakkKe MHOXECTBO [PYrUX KOMMOHEHTOB (MPOOYKTOB OpPOXEeHUs U
MEeTaboNUTOB  COPAXMBAOLLMX  MUKPOOPraHM3MOB), KOTOpble B HEBGOMbLKMX KOMMYeCTBax MOryT UMeTb gaxe
GnaronpusTHbIi 3ddekT. OgHako B MPOLECCce MPOMbILLIIEHHOrO MPOU3BOACTBA B 3TUX HanUTKax MOryT OOpasoBblBaTbCs
TaKkkKe BpefaHble, TOKCUYHbIE MPUMEcU. ANIKOrofib MPSIMO WM KOCBEHHO OKasblBa€T MHOMOCTOPOHHEE BIUSHWE Ha
OpraHu3M 1 B Upe3MepHbIX JO3ax BPeAeH, 1 3TOT CPef, yCyrybrnseTcs MOBOYHbIMU NPOAYKTaMM1 ero NMpOU3BOACTBA.

AnKOronb NpsiMO UMM KOCBEHHO OKasblBA€T MHOIMOCTOPOHHEE BIIUSIHME Ha OpraHuUaM M B Ype3MepHblX 003axX BpeneH, U
3TOT Cpen ycyrybnseTcs mobouHbIMM MpOoJyKTaMy ero npowmssoacTea. OoHaKO CTeneHb MpOoSIBIEHUST MOCNenCcTBUM, WX
TSKECTb W MpPOrpeccmpoBaHMe Yy pasHbiX JIIoOeN OTMyaloTcs. B mepeylo ouvepedb 3TO 3aBMCUT OT KOMMYECTBA
noTpebnsaeMoro ankorosns, HO TakKe MOXET OblTb CBS3aHO C pasnuuusMm B paboTe depMeHTOB, MeTabonm3MpYHOLWMX
arKorosb, B YaCTHOCTW afikorofbAernaporeHasbl, NpeBpaLlatolLen ankorosb B TOKCUYHbIM YKCYCHbIN anbaerua.

HO)'IVIMOpd)VIBMbI B HEKOTOPbIX reHax CBA3aHbl C USMeHEeHMEM CKOPOCTU MeTabonmaMa a/ikorons OO aueTanbaernna, Yto
MOXeT NMpnBeCTU K TOKCUYECKOMY MOPaXKeHUIO NnevYeHn N pa3BUTUIO OHKOTOMMYeCKnNX 3aboneBaHNI.

NccnepyeMble reHbl

ADH1B

KooypyeT 6eTa-cybbeovHULy ankoronbaernaporeHasbi. OPPeKTMBHOCT  paboTbl  PepMeHTa  onpepenseT

OHa sBnsetca depMeHTOM 1-1 ¢dasbl AeTOKCUKaLmm UYBCTBUTENIbHOCTb K ankorosito. MNonuMopdusm cesasaH C

KCEHOBUOTUKOB W OKUCIISIET 3TaHON Ao aueTanbaeruaa. pPasBUTMEM aNnKOrOfIbHOM 3aBUCMMOCTU U anKorofibHOro
LMppo3a NeyeHu.

3akntoyeHne

[eHeTUYeCcKn aHann3 nokasan, uYTo Yy o6cr|ep,yeMoro BbiAB/1IeHa NnpenpacrioyIoXXKeHHOCTb K HOpMaJ'IbHOVI CKOPOCTU
MeTabonmaMa asikorosisi.



ObcnegoBaHUS

Ob6cnenyeMoMy pekoMeHAyeTCsl MPOXOAUTb NMepuoanyeckme obcneaoBaHVs: aHaIV3bl Ha raMMa-
TIOTaMUNTPaHCNENTUAA3Y, acnapTaTaMMHOTPaHCchepasy U anaHMHaMUHOTPaHCcdepasy; KIMHUYECKUM aHanms KpoBu;
JINBIM. Mpy HeO6XOAMMOCTU BO3MOXHO HaszHauYeHMe AOMOSHUTENbHbIX 06CNeoBaHWM (aHanu3 Mo4mr, Y3U neyeHu, novek

nT.n)*

PekoMeHOaLmMmM No npopuiakTmke

Mpy OaHHOM reHOTUMNe 3TaHON OTHOCUTENBbHO MeJIEHHO MeTaboNM3MPYeTCs B YKCYCHbIN anbaeruf, YTO CHUXAEeT pUCK
oTpaBneHms. OOHaKO HU3KUIA PUCK MOSIBIIEHNS NIOXMESbst MOXET ObiTb GaKTOPOM, YBENNUYMBAIOLWMM BEPOSTHOCTb
BO3HMKHOBEHMS! a/TKOrOIbHOM 3aBUCUMOCTU. ECnn pyck GOpMUPOBaHMS 3aBUCUMMOCTEN HEBEMK, 06CNeayeMOMYy MOXHO
YNOTPEBNATL aNKOrosb B pa3yMHbIX AOMYCTUMBIX KonmMdecTBax. [nsi MpodUnakTUKM HapyLweHUii paboTbl neyeHm
obcrnenyeMoMy BO3MOXHO HasHa4YeHWe aHTUMOKCUMOAHTOB (recriepuanH, KBepueTuH, GnaBuuvH 1 ap.). BosMoxeH npueM
renaTornpoTEeKTOPOB*.



‘ MeTabonmam KopenHa

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopdunsm TeHoTun YacToTa PesynbtaT

AdPekT

38% npeﬂ,paCI'IOJ'IO)KeHHOCTb K CHVMXXEHUNIO aKTUBHOCTU
(o]

CYP1A2 depMerTa LpToXpoma TA2

rs762551 A/C @ 0O

KodeunH €BnsieTcs MCUMXOaKTUBHBIM BELLECTBOM, KOTOPOE MOXET OKasblBaTb ©GnarornpusTHble a¢dekTbl, TakMe Kak
npenynpexaeHve passuTUS 6onesHn AnbureriMepa, MoBblUeHNe (GU3MYECKON BbIHOC/IMBOCTY, JIMGO  Bbi3blBATb
HeXenaTeslbHble - TaxvKapauio, MOBbILLEHWE apTepuanibHOrO AABMIEHWS, MOBPEXAEHUS cepAeyHor Mbiwupl. KodeuH
COOEpPXUTCS B MNPOAYyKTax MWMTaHus, aHanbretukax v BADax. B MeguuMHCKMX Uensix KopewH ucrnonbdyeTcs s
CTUMYTISILMM MOMEePEeYHO-MONOCATON MYCKY/IaTypbl: OH Bbi3bIBAET aKTUBHbIM BbIGPOC MOHOB KarlbLs.

C TOYKM 3peHusi paboTbl HEPBHOW CUCTEMbl KODEWH MPEnSTCTBYET pPaspyeHUIO aueTUIXOIMHA U TakuM 0bpasoMm
YIyYLWaeT rMaMsaTb U paboTocnocobHOCTb. KodenH MeTabonmampyeTcsl B MeYeHn C NMoMoLpbto depMeHTa umMToxpoma TA2.
OH ocCylecTBNsSeT peakumio OeMeTUIMPOBaHUS koderHa OO Tpex Mpou3BoaHblX, 6onee 80% KOTOPbIX MPUXOOUTCS Ha
0b6pasoBaHMe MapakCaHTWHA, OCTasrlbHOE - Ha TEOPUIIMH 1N TEOOPOMUH. DKCrpeccust pepMeHTa YCUIIMBAETCS Y KYpSILLUX,
HO, HECMOTPS Ha 3TO, Y HUX MOBbILAETCS PUCK Pas3BUTUS TMNEPTOHMM NpK yrioTpebneHnn kode.

BesonacHaa po3a kodewHa B cyTku coctaensieT 150-400 Mr B 3aBUCMMOCTM OT [MOMa, BO3PacTa, WCMONb30BaHMS
KOHTpPAaLENTMBOB WM FOPMOHasIbHOW Teparuu, cratyca B OTHOWEHUM KYPEeHWs U TeHEeTUYECKUX OCOOEeHHOCTEMN.
MNocnepHWe 06YCNOBNMBAOT pPas/IMYMA B CKOPOCTU MeTabornmaMa KodpeuHa, M 4YeM OHa Bblle, TeM 6e3onacHee
yroTpebneHve kode.

NccnepyeMble reHol

CYP1A2

KoavpyeT umToxpoM TA2, KOTOpbI SBNSeTcs pepMeHTOM
nepeoi $asbl CUCTEMbl OETOKCUKALMM KCEHOBUOTUKOB.
3KcrpeccuvpyeTcsl  TOMbKO B nedeHW.  DepMeHT
OCYLLECTBNSeT  peakuuMm  OKUCIIEHUS  CoeamHEeHUMN
SHOOMEHHOro (3CTPOreHbl, XeNyHble KUCIOTbl, XMUPHbIE
KWUCNOTbI, MPOCTamaHAMHbI, TeMKOTPUEHbI, BUOreHHble
aMUHbI) M 3K30MeHHOrO (aHTUOEMPECCaHTbI, NMapaLeTaMor,
MPOMBILLSIEHHbIE Sbl, MeCTULMAObI, KaHLEPOreHbl)

npouncxoxaeHus. KopeunH senseTcs ogHUM 13 cybcTpaToB
CYP1A2. Mpy nonuMopdusMe CHMXKAETCA aKTUBHOCTb
depMeHTa M CKOpPOCTb MeTabonmaMa KodewHa, uYTO
BbIPaXXaeTCs B MOBbILLEHUN pUCKa MOpaXeHWst M1MoKapaa U
pPasBUTUS MUMEPTEH3UN.

3akJioueHue

FeHeTUYeCcKUn aHanms BB Yy 06CTIe[yeMOro CHUXKEHHYIO CKOPOCTb MeTabonmaMa KopemrHa, YTO MOXET 6biTb OAHUM
13 HaKTOPOB pUCKa PasBUTUS apTepPUarbHOM rMrnepTeH3nn. BbiSBNeH cpeiHui pyck HapyLEeHUst cepaeyHbIX PUTMOB,
BO3HUKHOBEHUSI MHPaPKTa, MeMmnYeckor 601e3Hn cepaua, ronoBHbIX bonewn BcneacTeme yrnotpebneHuns kodenHa.



ObcnegoBaHUS

Ob6cnenyeMoMy He XenaTesnbHO 6e3 KpalHen Heo6XoOMMOCTU MUCMONb30BaTb HEMPONENTUKY, aHTUOEMNPECCAHTbI,
CMasMOSUTUKK, aHTUMMCTaMVHHbIE MpenapaTbl*. EMy 6/1aronpysiTHO MCMOMb30BaTh anbTepPHaTMBHbBIE CMOCOObI CHATUS
YCTaroCTU: MacCcaX MOYEeK YLIEW, KOMMIEKC YNPaXHEHUM ANS 7183 U WeW, KOHTPACTHbIA Oy, MarleHbKUM nepepbis
rnocpeam paboyero OHs — KOPOTKYIO MPOorysnky*. Mpyv HeO6XoOMMOCTM BO3MOXHO HasHauyeHWe BAL ¢ aLeTUNXoIMHOM™.

PekoMeHOaLMM Mo npoduniakTmke

O6crnenyeMoMy pekoMeHAyeTCst CHU3UTb ynoTpebneHve kobe, aHEPreTUKOB U ApYyrx kodemHcoaepXalumx NpoayKToB.
Ob6cnenyeMoMy He pekoMeHAyeTCs BbinvBaTb 6onee OByx Yalek kode B AeHb. OH MOXeT 3aMeHUTb kode OpyruMum
604pPALMMN NPOAYKTaMWN 1N HaNMTKaMU (MBaH-Yali, CBeXXeBbbKaTble S6104HbIN MW anesIbCMHOBbIM COKW, YEPHWMKa, MpaHaT,
MMBMPHBIA Yali) NGO NPOAYKTaMM CO CHMXKEHHBIM copepXaHneM kodeunHa. PekoMeHOyeTCst OCTOPOXHOCTb Mpw
ynoTpebneHun ekapcTBEHHbIX CPeacTB (HanpuMep, OT FOSIOBHOM 60M), CoaepXKalLmx KOpenH*.



“s) [JeTokcmkKaumsa KCeEHOOBMOTMKOB

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdunsm TeHoTun YacToTa Pesynbtat AdPekT
o MpeapacnonoXeHHOCTb K CHUXKEHMIO aKTUBHOCTU

CYP1A2 rs762551 A/C 38% (bepMeHTa LNToXpOMa TA2 ® 6

GSTP1 rs947894 A/A 33% MpenpacrnonoXeHHOCTb K BbICOKOW aKTUBHOCTU pP- ® @

ryTaTUOH S-TpaHchepasbl 1

Mornajasi B OpraHWsM, XWMWYECKMe BelecTBa, B TOM UMCIEe W JIeKapCTBEHHble CPEeACTBa, MPEeTeprneBaloT Cepuio
XUMUYECKMX  MpeobpasoBaHWMA, KOTOpble  OBECreyMBaloTCA  COOTBETCTBYOWMMUM  GEPMEHTaMU U MPOUCXOANAT
MPeVMyLLEeCTBEHHO B MeYeHW. BbiCOKOMOMEKyNspHble BelecTBa BblBOOATCS 4Yepe3 >Xefdb, Mporyckas CcTaguu
MoandUKaumn. MapodubHble BELECTBa TakkKe He MOoABepraloTcs XMMUYECKMM MpeBpalleHUsIM U BbIBOASTCS C MOYOM.
BuoTpaHchopMauma BGOMbLUMHCTBA KCEHOBUOTUKOB SIBSETCS TPEXCTYNMEHYaTbiM MpPOLEeCcCoM, BKIOYaloWwmMM Tpu ¢asbl:
AKTMBALIMIO, OETOKCUKALIMIO 1 SKCKPELMIO.

MepByto ¢asy peannayioT B OCHOBHOM depMeHTbl cemercTBa umToxpomoB (CYPs), B xome KOTOpoM BellecTsa
noaBepralTcs  Hecneudn4YeckoMy OKMUCIIEHMIO, BOCCTaHOBMEHWMIO U rMaponuay. B xopme nepsBon ¢asbl BellecTsa
CTaHoBUTCHA 60oree pacTBOPUMbIM. HekoTopble MX HUX (B TOM UYMC/IE JIEKAPCTBEHHbIE CPEeACTBa) MpOornycKaloT nepsyto ¢asy
6UoTpaHChOpMaLIMM U Cpasy HauMHAKOT CO BTOPOM ¢asbl. AKTUBHOCTb LIUTOXPOMOB 3aBUCUT OT MEHETUYECKON BapuaLmm
KOOMPYIOLWMX UX MEHOB 1 pasnvyHa B nonynsumn. BTopyto ¢asy ocywecTsnsioT depMeHTbl-TpaHchepasbl. B xone BTopow
$asbl NpoUCXoauUT MOJSHas HEMTPanM3aUms KCEHOBUOTUKOB MyTEM MPUCOEOMHEHUS TYTaTUOHA, TIFOKYPOHOBOW KMUCMOTHI,
BOObl, METUIIbHbIX, aLeTUIbHbIX K Cyb@aTHbIX rpynn. MeHbl, kogypyouwwe depMeHTbl-TpaHCPepasbl, TakkKe MOTMMOPPHDI.
MonnMopduaMbl reHoB obenx ¢a3 [OeTOKCUMKALMUM  MOryT BHOCUTb  CYLLECTBEHHbIM BKag B 3P deKkTUBHOCTb
06e3BpeXnBaHUSA OMacHbIX BELECTB, MOCTYMNAWMX B OPraH13M C MULLEer, KOCMETUKOM, BbITOBOMN xmuMumen, cMoroM 1 gp. C
KITMHUYECKOM TOYKW 3PEHUS Pasiivums NOMMOPOU3MOB CUCTEMbI OETOKCUKALMM MOINYT UMETb Cepbe3Hble MOC/eACTBUS
rnpu HasHauYeHUn dapMaLeBTUYECKMX NpenapaToB 1 BAL.

NccnepyeMble reHol

CYP1A2

KooypyeT umToxpom 1A2, KOTOpbI sSBnseTcs GepMeHTOM
| dasbl cucTEMbI AETOKCUMKaLMM KCEHOBUOTUKOB. DepMeHT
OCYLLECTBNSET  peakuMM  OKUCIIEHUS  COoeavHEHUIN
SHIOOMEHHOro (3CTPOreHbl, XeNYHble KUCIOTbI, XUPHbIe
KUCNOTbI, MpOCTamaHOWHbl, NTeNKOTPUEHbBI, GUOreHHble
aMUHbI) N DK30reHHOro (J1IeKapCTBa, MPOMbILIEHHbIE Kb,
necTmumabl, KaHueporeHbl) npoucxoxgeHus. CYP1A2
yyacrtsyeT B MeTabonM4YecKom aKTUBaLmmn
MPOKaHLIEPOreHHbIX apUIaMUHOB U FreTepOLIMKITNYECKMX
aMUHOB, O0bOPa3YIOLMXCS MPU TepMUYEcKor obpaboTke
iy, Mpu nonuMopduaMe  CHUXKaeTCs  aKTUMBHOCTb
depMeHTa 1 3aTpyOHsieTCs [OETOKCUKALMS HEKOTOPbIX
BElecTB, a Takke MeHsieTca  papMakOKMHETUKA
JleKapCTBEHHbIX CpencTB, KOTOpble SBNSOTCS
cybcTpaTtaMy JaHHOrO LMTOXpOMa.

GSTP1

KogupyeT p-myTtaTtuoH S-TpaHchepasy 1, KkoTopas
sasnseTca depMeHToM |l dasbl crucTeMbl OeTOKCUKaLMM
rMOpPOdOBHBIX U 3NEKTPODUIIBbHBIX KCEHOOVOTUKOB (B TOM
ymcre NeKapcTB) U KaHLEepOreHoB nyTeM npmucoeamnHeHus
myTatmoHa. GSTP1  akcnpeccupyeTcsl  MOBCEMECTHO,
aKTVBHO 3KCrpeccupyeTcs B NULWEBOAE, NEerkux, KOCTHOM
MO3re, >XeNYHOM Mysblpe, MMaLeHTe, KoXe, WMUTOBMOHOM
xenese. PepMeHT OCyLLEeCTBMSET MNepeBOd aKTWBHbIX
MeTabonMToOB B HETOKCMUYHble  BOOOPaCTBOPUMbIE
KOMMOHEHTbl WM  MNpefdoTBpallaeT  TakuM  OBpasoM
paspywenne OHK. MonvMopdmaM CHMXKaET aKTUBHOCTb
depmeHTa, 4YTO TOpMO3MUT Il da3dy peTokcmKaumm
KCEeHOBMOTMKOB, B  TOM  4YUCIIe  JIeKapCTBEHHbIX
MPOWV3BOOHDIX.



3akJioueHue

leHeTUYecKU aHanms BbiSBUT Y 0BCIefyeMoro He3HaYMUTE bHbIE HapYLLEHUSI CUCTEMbl e TOKCUKALIMM KCEHOBUOTMKOB.
HesHaumnTenbHbIN pycK Bpeda BHELWHUX XMMUYECKMX areHTOB, ObITOBOM XMMWKM, KOCMETUKM U MULLM (B TOM Yumcne
XapeHow). HeaHaunTenbHO MOBbILLEH PUCK Pa3BUTUSA OCIOXHEHWM B pe3ynsraTe JIEKapCTBEHHOM Tepanum CTaHOapTHbIMM
[,03aMM MpenapaToB, B METabONM3Me KOTOpbIX y4acTBytoT depmeHTbl CYP1A2 n GSTP1.

O6cnenoBaHUSA

O6cnenyeMoMy MHOMIA MOXET ObiTb MOSIE3eH MPYEM MpenapaToB, COAEPXXaLUMX MyTaTUOH*, O/1s 3alUMTbl OT HEFATUBHOIO
B/IMSIHUSA KCEHOBMOTUKOB. BoamoxxeH nprem NAC, anTaumHa No cxeme rnpmv HeobxoaMMOoCTM (HanpuMep, Npyv Hainmvmm
60/bLLOrO KONIMYECTBA OOMONHUTESNbHBIX HEGAronpUATHbBIX GaKTOPOB OKpYXXatoLlen cpeapl)*. [Onsa npenynpexaeHus
CUTYaLWMIN OTPaBIEHUS N 3arpsiBHEHUS] OpraHM3Ma 06CrelyeMoOMy MOXHO U3MEPSTb IENKOLMTAPHBbIA MHOEKC
MHTOKCMKaLMKM (pas B rof, unu Yalle)*. He BbisBNeHO HEO6XOOMMOCTM B AOMONTHUTENbHBIX 06CIeA0BaHMAX MO
ornpeaeneHuio onTUMarbHbIX 403 NpenapaToB-cyocTpatoB o GSTP1 n CYP1A2, ogHako BO3MOXHO UX Ha3HaYeHue
CreuvarMcToM Npuv Heo6XxooMMoCT™ .

PekoMeHgaumm rno npodunakTmke

O6cnenyeMoMy B MPUHLIMME MOXET ObITb JOCTaTOMHO BECTM 300POBbIN 06pa3 XU3HW 1 He noasepratb cebs
HeobayMaHHOMY PUCKY BO3OENCTBUS XMMUYECKMX areHTOB B OMacHbIX A03aX. YKapeHasi muyila MOXeT HaHOCUTb

He3HaYUTE bHbIM Bpe[, ero opraHnaMy. B npuHUMNEe OH MOXET YrnoTpebnsTb MSCO, MPUIrOTOBNIEHHOE Ha rpuie vnm
ckoBopoge. OnHako eMy peKOMeHayeTCsl MoYalle pasHOOObpasmTb Criocobbl MPUrOTOBNEHUS MALLM, OTAABasi MpearnoyTeHue
MHbIM MeTofaM Ky/TMHapHOM 06paboTKM: TylleHWe, 3anekaHue, NMpUroToBIeHe Ha napy. HexxenatenbHO KUCronb3oBaTb
npuv Xapke papuHUPOBaHHbIE Macna, CTOUT OTAATb NpenroYTeEHNE Macy MXM UK KOKOCOBOMY Macny. O6cnenyembin
TaKkKe MOXeT OTHOCUTENIbHO 6e30093HEHHO NCMOMb30BaTb KOCMETUYECKYIO MPOAYKLMIO, €C/TU CoaepXXaH1e BpeaHbIX
BELLECTB B Hel He MpeBbIaeT AOMYCTUMbIX KOHLEHTpaLmi. OOHaKo Mo BO3MOXHOCTU XenaTesibHO 6onee TwaTesibHO
BbIOMpaTb KOCMETUKY U BbITOBYIO XMMUIO. He cnepnyeT npeHebperaTb cpeacTBaMy MHAMBUAYaTIbHOM 3almTbl (MepYaTkm U
pecnpaTopbl) NMpWY KOHTaKTe C BGbITOBOM XMMMEN — 0OpPabOoTKE CaHy3/0B, YUMCTKE KOBPOB, MbITbe nocyapl. O6cnenyeMomy
NOOXOONAT CTaHOAPTHbIE OO3bl CNeAyoLWMX NpernapaToB NpyY UX KPaTKOBPEMEHHOM MPUMEHEHUN: aMUOOAPOH, MEKCUIETUH,
npornadeHoH, Bepanamus, LUMETUAVH, GaMOTUOMH, HEKOTOpPbIE GTOPXMHOMOHbI (SHOKCALWIH, NedIOKCaLVH,
HOpdIOKCaLMH), podeKoKcrb, NepoparnbHbie KOHTPaLENTMBbI, aLWMKIOBUP, TUKIOMWUAVH, KIOMUMPaMUH, TEODUNINH,
OraH3anuH, JOKCEMNWH, KNOMUAOrpesl, rnapaLeTaMor 1 OpYrX.



HHeTokcmkaupsa CynepoxKkcmnagonB

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH MNonumopdusm leHotMn YacTtoTa Pesynbtat AdPekT
MnSOD r54880 C/T 430/ ﬂpeﬂ,paCI'IOJ'IO)KEHHOCTb K CHMXEHNIO aKTUMBHOCTU @ e

° Mn-3aB1CUMON CyNepOKCUOANCMYTasbl
GSTP1 rs947894 A/A 33% MNpenpacnonoXeHHOCTb K OTHOCUTENIbHO BbICOKOWM @ @

CKOPOCTW BblBEeOEHUNSA KCEHOOMOTNKOB

AxkTuBHble dopMbl kncnopoda (ADK) reHeprpytoTCsl B XOAE Pas/IYHbIX MeTabonmMyeckrx MpoLIeCCOB B OpraHmM3Me Kak
OCHOBHbIE MPOAYKTbl pPeakumm WM Kak MnoboyHble. BHewHne dakTopbl (ysTpaduoneToBoe, UOHM3MPYLOLLEe,
3N1eKTPOMarHUTHOE U3/Ty4eHUs], OKUCITUTENN, MOCTYMaloLMe 13 OKPY>KaroLLen cpenbl: O30H, KOMMOHEHTbI ObITOBOM XMMUI)
TaKkKe BHOCAT BkI1af B ObpasoBaHWe CBOOOOHbIX pagmkanoB. WX HeUTpanmsaumio OCYLLECTBASIOT aHTUOKCMAAHTHas
cucTeMa KNeTKW, BKIoYaroWas rpynny crneuvanbHbiX (pepMeHTOB, U BellecTBa-AOHOPbl 3MeKTPOoHOB. [locnegHue
NPencTaBnstoT COBOM PasHOPOOHYK Tpynny COeAMHEHUM: BUTaMWHbI WM BUTaMWHOMOJOOHbIE BELeCTBa, MWHepansbl,
KapoTuHOMAbI, GiaBoOHOMABI.

Porib 3TUX coeguHEHUN U GEepPMEHTOB 3aK/toYaeTCs B NPeAoTBPALLEHNN HEeXeNaTeNbHbIX PeakUMn OKUCIEHUS B KNeTKax
M TKaHsIX. Ha kaXgoMm aTane BO3HWKHOBEHWSt ADK paboTaeT COOTBETCTBYIOWMA GEepMEHT, CreumanmavpoBaHHbIM Ha
HEeWTpanu3aLUMm JaHHOro Tuna pagukana. CywecTByloT GepMeHTbl, KOTOpble He 3aHWMMAloTCsl HeMTpanusaumen caMux
paguKanoB, a BOCCTaHaB/MBAOT YXe MnoBpexAeHHble YacTuvuamMm ADK kneTouHble CTpyKTypbl. MNonmMopduaM reHos,
KooMpyowmx GepMeHTbl aHTUOKCUOAHTHOM 3alumTbl, OBYC/TOBNMBAET Pas/IUHbIA YPOBEHb OKMUCITUTENIBHOrO MOPaXeHWs
KneTok. OucbanaHc cuHTe3a U YTUIM3aumMmM CBOBOAHbIX PagMKasioB MPOSBASETCS B OKUCTIUTENBHOM CTpPecce, KOTOpbIM
CrocobCTBYET  MpPeXOEBPEMEHHOMY  cTapeHuto. OKUCIUTENbHbIM  CTPeCcC Y4yacTBYyeT B MaToOreHese  pas/iUYHbIX
3ab0MneBaHNA U HapylWweHul, B TOM 4UCIe caxapHoro puabeTta, OuabeTndeckor Hedpornatuy, aTepocK1eposa,
apTepuanbHOM rMnepTeH3un, 6onesHn AnbLiremMmepa, OHKO3aboeBaHM.

NccnenyeMble reHbol

MnSOD GSTP1

KoovpyeT MapraHeL-3aB/CUMYIO  CyrnepoKCcUaaMcMyTasy KogupyeT p-myTtatuoH S-TpaHcdepasy 1, KoTopasi MOXeT
(SOD2), koTopas sBnsetca GEepMEeHTOM MUTOXOHOPWM. BbINONHATD AHTUNOKCUOAHTHYIO $yHKUMIO nyTem
MnSOD akcnpeccmpyeTcsl MOBCEeMeCTHO, Hanboree Yacto NPUCOeOMHEHNST TTyTaTUOHa K MOJMeKysrie OKUCTUTENS,
- B MeYeHW, anneHamKce, aHOOMEeTPUM, MOYEBOM My3bipe, cpeoy  KOTOpbIX -  JIeKapCTBEHHble  MPOU3BOAHbIE,

XKENYHOM My3blpe, Cepaue, KOCTHOM Mosre. 3TOoT 6enok
CBA3bIBAET CyrepokcuaHble pagvkasbl - MNOBOYHbIE
MPOAYKTbl  OKUCITUTENBbHOrO  GOCHOPUNUPOBaAHMS  ©
npeBpallaeT UX B MepeKkucb BOAopoaa UM ABYXaTOMHbIA

kucnopod. [Mpu  nonvMopdusMe  HapyluiaeTcs  3TOT
npoLecc, a CyrnepokcuaHble  pagukanbl — aKTUBHO
rnoBpexpatoT  MeM6paHbl  MUTOXOHOPUA U Opyrve

CTPYKTYpbl KNeTKW. Bapuaumm B 3TOM reHe 6blin CBA3aHbI
[ XPOHUYECKOM YCTanocTblo, HedponaTven,
npexneBpeMeHHbIM  CTapeHuEM,  HeWponenTUYeCcKom
OUCKUHE3MelN, pasHbiM  OTBETOM Ha MPOTUMBOPAKOBYHO
Tepanuio, r71ayKOMO, KapamoMuonaTmen 7
OHKONMOMM4YeCcKMMI 3a60r1eBaHUSIMU.

NPOJYyKTbl OKUC/IUTENIbHOrO CTpecca MpwW BO3AEWCTBUM
YO-nyyen, Tskenbix MeTannoB. GSTP1 akcnpeccupyeTcst
MOBCEMECTHO, aKTMBHO 3KCMpeccupyeTcs B MULLEBOAE,
NErknx, KOCTHOM MO3re, >XEeYHOM My3blpe, MaueHTe,
KOXe, WuToBMOHOM >Xernese. PepMeHT obecreyvBaeT
penapaunio o6beMHbix noBpexaeHun [OHK, BbidBaHHbIX
BO3LENCTBMEM  KaHLEPOreHOB -  MOMMapoMaTUYecKmX
YITEBOAOPOLOB. Monumopdmam CHUXaeT
AHTUOKCUOAHTHYIO CMOCOBHOCTb pepMeHTa.



3akJioueHue

[eHeTUYeCKNN aHan13 nokasan, uYTo Yy o6cnep,yeMoro CHMXEH PUCK pa3BnNTUA HOBOO6paBOBaHl/Il7|, cepae4vYHO-CcoCcyamCTbIX,
HeBpOorm4eckmnx 3aboneBaHUM 1 Hapyu.leHvu?i CbYHKLI,VIVI rnoyvek BCNeacTBMe OKUCIUTENBbHOMO CTpecca. AHTUMOKCUMOAHTHas
3alMTa KNEeTKN HE3HAUYUTETIbHO ocnabneHa*.

ObcnegoBaHUSA

ObcnepyeMoMy MOXET 6bITb MOME3HO COaTb aHanM3bl Ha CoaepXKaHue cnepyouwwx sewecrs: 8-OH-ge3okenryaHo3vHa -
B KPOBW/ 1 MOY€, MaJIloHOBOIO AManbaernaa — B KpoBu™.

PekoMeHOaLmMmM No rnpoduiakTmke

O6cnenyeMoMy MOXET OblTb Mosie3Ha KOPPEKUMS aHTUOKCUMOAHTHOrO CTaTyca. BO3MOXeH AOMONMHUTENbHBIA KypCOBOWM
NMpuYeM aHTUMOKCUOAHTOB (CeneHa, LUMHKa, BUTaMuHa C, BUTaMuHa E*, pecBepaTpora, acTakcaHTUHOB®, GpriopeTuHa,
YOUXMHONa, SHTapHOM KUCNOThI U Ap.) B BUuAe BAL Kk nuwe*. O6cnenyeMoMy MOXHO YBETUYUTD B paLMOHe KONTMYECTBO
MPOAYKTOB, BOraTblX aHTUOKCUAAHTAMMU: YNOTPEONSTh WMMOBHUK, KITHOKBY, YEPHOCIIMB, 3€MeHbIM Yald, BUHOrpag, rpaHar,
SAGMTOKN C KOXYPOW, YEPHMKY, UMBUPb, Creumn B Npeaenax CyToYHOM NnoTpebHocTn*. ObcnedyeMmblii MOXET ynoTpebnsTb
MSICO, MPUrOTOBNIEHHOE Ha rpusie, KOCTPE 1 CKOBOPOAE, HO PEKOMEHOYETCs PasHOOBPasmTb CroCcoBbl MPUrOTOBIEHUS,
OTHaBas NpearnoYTeHNe BapeHbIM U TyLIEHbIM Brto4aM.



AKTUBHOCTb
Ty TaTUOHMEePOKCMOA3bl

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopduam TleHotn YacTtoTa PesynbTat AdPekT

MpenpacnonoXeHHOCTb K apdekTBHOM paboTe ® @
rnyTaTMoHNepoKcnaasbl 1

GPX1 rs1050450 c/C 42,9%

MmyTaTtnonepokengasa 1 (GPX1) - 3TO OgMH M3 BaXHEMLMX YYaCTHWUKOB aHTWMOKCUOAHTHOW 3allMTbl OpraHvMaMa. 3ToT
CeJleH-3aB1NCUMbIN GepMeHT Ae3aKTVBMPYET nepekmcb Bogopoda (H202) v pasnuuHble opraHuyeckue rmapornepokcuapl,
BKJ/tOYas nepokcmabl NUNMAoB. B kayecTse BoccTaHoBUTENS GPX1 ncnonb3yeT myTaTuoH.

Takmm obpasoM, GPX1 orpaHuuvBaeT BpedHoOe Bo3mencTBue nepekucer Ha OHK v 6enku, npepoTsBpallaeT npoLecc
MNEPEKNCHOrO OKMUCIEHUS TMNMOOB. YPOBEHb CUMHTE3a U aKTMBHOCTb 3TOrO QEepMeHTa 3aBUCST Kak OT FeHeTUYecKom
NpenpacrioNoXeHHOCTH, Tak M OT CpeoBbiX GaKTOPOB, HaNMpPUMEp, OT 3araca cesfieHa B TKaHsIX U MOCTYrIeHUst BUTaMUHA
E.

HapyLueHue paboTbl MyTaTUOHMEPOKCMAA3bl T MOXET UrpaTb POsib B PasBUTUM MHOTUX PacipOCTPaHEHHbIX 3a60MeBaHNI:
aTepockieposa, MWeMMYeckon 60ne3Hn ceppua, OHKO3aboneBaHWM, a TakKe artepocknieposa M nepudepmryeckon
HeMponaTuM Npu caxapHoOM aAvabeTe.

NccnepyeMble reHbl

GPX1

KogupyeT myTatuonepokcmaady 1, KaTamsmpyroLlyo UX OT  OKUCIUTEsbHbIX  areHToB.  OnpepfesnieHHble
BOCCTaHOB/IEHME nepekvcn Bogopoda (H202) wnm nonmMmopduambl B reHe GPX1 cBs3aHbl CO CHWXKEHMEM
opraHU4ecKmx nepekucen 0o BOAbI nnm aKTMBHOCTM MYTaTUOHMEpPOKCKaasbl 1, YTO MOBbIWaET
COOTBETCTBYHOLUMX CNMpPTOB. 3ToT depmeHT pUCK  pPasBUTUS  OKUCIIUTENbHOrO CTpecca W psida
npoayLMpyeTCs NOYTU BO BCEX TUMaxX KIIETOK, 3almiLas COMyTCTBYIOLMX €MY 3a00NEBaHWMN.
3akntoyeHmne

[eHeTUYecKUI aHanmsa rnokasar, YTo obcnenyemblii MpPeapacronioXeH K HOpMaribHOW akTUBHOCTM TTyTaTUOHMNEPOKCUOA3bI
1. 3awmTa OT OENCTBUSE OKUCTTUTENbHBIX areHTOB MO AaHHOMY MeXaHW3My AOCTaTO4YHO 3 dekTHBHA.



ObcnegoBaHUS

Y obcnenyemMoro HeT HEOGXOAMMOCTU B PErYISIPHOM MPOXOXAEHUN CrneLmarnibHbIX ob6cnenoBaHuii. [MNpuy xenaHum ons
OLIEHKU YPOBHSI OKUCIIUTETIbHOMO CTPeCcca B OpraHn3Me obcrienyembirl MOXET CAaTb aHaNM3bl Ha YPOBHMU MaJIOHOBOMO
Ovanbaernaa, ButaMmHoB E n C, 6eTa-kapoTuHa, koaH3mMa Q10, 8-OH-ge30oKcmryaHo3rHa 1 myTaTroHa
BOCCTaHOB/IEHHOIO B KPOBU*.

PekoMeHOaLmMM Mo npoduniakTmke

Mockonbky obcnedyembivi NpeapacrnonoXeH K 3GpdeKTMBHON 3alumMTe OT OKUCTINTENbHbIX areHTOB MO AaHHOMY MeXaHU3MY,
eMy XernaTesibHO crefoBaTb OOWMM peKOMeHAaLMsM 4718 MOALEPXKKN aHTUOKCUAAHTHbBIX CUCTEM OpraHn3Ma: no
BO3MOXHOCTM OrpaHNYNTb BO3OENCTBME TOKCUYECKUX BELLECTB OKPY>XXaloLLEeW cpedbl, Moaaep>KMBaTb HOPMasibHYIO Maccy
Tena. Pusmyeckast akTUBHOCTb YMEPEHHOM MHTEHCUMBHOCTM ByAeT OKasblBaTb 6raronpusiTHbI addekT. KpoMme Toro,
obcnenyeMoMy xenaTesibHO MOMHOLEHHO MTaTbCs, YNoTpebas B NuLly AOCTAaTOMHOE KONMYECTBO OBOLLEN, GPYKTOB M
LieS/IbHO3EePHOBbIX, a Takxke 6oraTbiXx aHTUOKCMAAHTaMM NMPOAYKTOB. He >enatenbHO 3/10ynoTpebnsTb KypeHneM m

ankKoroneMm.



AKTUBHOCTb KaTtana3sbl

Pe3yn bTaT reHeTnu4eCkKoro aHasim3a

AdPekT

leH Monumopdusm TleHotun YacTtoTa PesynbtaTt

I'Ipen,pacnonoerHOCTb K HU3KOW aKTUBHOCTU
KaTanasbl

CAT rs1001179 A/A 5,2% G o6

KaTtanasa (CAT) — aTo TeTpaMepHasi reM-coaepXkallias OKCUOOpeaykTasa, KoTopasi KaTalM3npyeT pas/ioXeHre nepokcmaa
Bopgopopa (H202) Ha kncnopopn v Boay. KaTtanasa sBnsieTcs OfHMM U3 OCHOBHbIX GEPMEHTOB aHTUOKCUOAHTHOM 3alumThl
opraHmama. H202 obpasyeTcst Kak MOBOYHbIM MPOAYKT MHOMMX MEeTabonMYeckmx peakumii, B TOM YuCie MpU OKUCTIEHUMU
XUPHBIX KUCMOT B MEepPOKCUCOMax. WM30bITOK mnepokcnaa BOOOpOda MOXET pearvpoBaTb C BaXKHbIMU  KIIETOUHbIMU
KOMTMOHEeHTaMW, paspyLuasi OpraHessibl, U AeNCTBOBaTb Kak BHYTPUKIIETOYHAs CUrHarbHas MoreKysa.

Mpn CHWKEHHOM nponyKumn KaTanasbl H202 paspywaeTcs HepoCcTaTtovyHO 3GPEKTUBHO, YTO, MpU OMnpeneneHHbIX
yCroBusiX  (HampuMmep, MNpy BUPYCHOW WMHPEKLMM), MOXET TMPUBECTM K COCTOSHUIO OKUC/IUTENbHOrO CTpecca.
OKUCNUTENBHBIN CTPECC UrpaeT BaKHYHO POJib B MPOLIECCe CTapeHUs], a Takke B PasBUTUM psifla BO3PacTHbIX 3aboneBaHniA
(aTepocknepos, caxapHbli OMabeT, vweMmyeckas 6onesHb ceppLa, oHko3abonesaHus)). ECTb OaHHble, YTO MOHWKEHHas
aKTWMBHOCTb KaTasiasbl CrocobcTBYeT MocedeHuo Bosoc. JlioasM, npenpacronioXeHHbIM K CHUXKEHHOW  MpoayKLmn
KaTanasbl, BaXXHO MOAAEPXMBATb aHTUMOKCUMOAHTHbIE CUCTEMbl OpraHM3aMa [ MpefoTBpaleHns BpeaHbiX 3¢ deKToB
n36biTka H202.

NccnepyeMble reHbl

CAT

PepMeHT KaTarnasa [e3akTUBMPYeT MepoKcui, BOOOPOAa,
KaTanmsmpys peakumio ero pasrnoXeHws Ha Bogy W
MonekynsipHbin knucnopogd. leH CAT akcnpeccupyeTcst BO
MHOIMMX TKaHsIX OpraHW3Ma, OCOBEHHO BbICOKWA YPOBEHb
MPOAYKLMM KaTanasbl XapakTepeH /19 NeYeHn n

XMPOBOM TKaHW. OnpeneneHHble NMonMMopduaMbl B reHe
KaTanasbl MPUBOOAT K CHVKEHUIO aKTUBHOCTU pepMeHTa
W, KaKk  Creacreue, K TMOBbILEHHOMY  PUCKY
OKWUCITUTENbHOIO CTpecca.

3akJiroyeHmne

FeHeTUYeCKUIA aHanM3 NoKasarl, YTo obcrenyemblli NMPeapacrnonoXeH K MOHMKEHHOM 3bdeKTUBHOCTU pacluerieHus
rnepeku1cy Bogopoaa. BbiCOKMIA pUCK pasBUTUS COCTOSIHUSE OKUCTTUTENbHOIO CTPECCa.



ObcnegoBaHUS

Ob6cnenyeMoMy BaXKHO CrieduTb 3a YPOBHEM OKUCITUTENbHOrO CTpecca B opraHmaMe. EMy crieqyeT nepuognyeckn coaBaTb
OBLWMIA aHaNM3 KPOBUW, aHaNM3bl Ha NerKouMTapHyto popmyny, Ha CO3, a Takke Ha Mapkepbl OKUCITUTENIbHOIO CTpecca:
copepyKaHve MarloHOBOro Auarnbaermaa, kosaHarma Q10, ButammHoB E 1 C, 6eTa-kapoTuHa, 8-OH-ae30KcuryaHo3mHa,
7yTaTUOHa BOCCTaHOBIEHHOMO B KPOBW™*.

PekoMeHOaLmMmM No npopuniakTmke

O6cnenyeMoMy BaXXHO MOAAEPXMBATb aHTUOKCMOAAHTHbIE CUCTEMbI OpraHMaMa. EMy crefyeT no BO3MOXHOCTU CHU3UTb
BO3[EMNCTBME TOKCMUYECKMX COeAMHEHUI OKPYXKatoLwer cpenbl (B TOM YKMCre OTKa3aTbCs OT KypeHusi). Takke
obcnefyeMoMy pekoMeHOyeTCsl 3allpaTb KOXY OT YD-usnydeHms. KpoMe Toro, pekoMeHayloTCs perynsipHasl, OgHako He
Upe3MepHO MHTEHCMBHas dU3nYecKas akTUBHOCTb M NMopaep>KaHMe HOPMarbHOro Beca. BaxHo ynoTpebnsts B nuLLy
6onblue NpoayKToB, 6oraTbiX aHTUOKCMAAHTaMM (BUTaMUHbI C, E, 6eTa-KapoTuH), eCTb 6osbLue CBEXMX PPYKTOB U
OBOLUEN, NMNTb 3eNeHbIN Yan. BoaMoxHO ynoTpebneHue sutammHoB C 1 E B BMae nuLeBbix [O6aBOK MO COMTacOBaHMIO CO
crneumanmMcToM* 1 Npy oTCyTCTBUM NPOTMBOMOKasaHWK. Takke obcnedyeMoMy BaXKHO YNoTpebnsaTb MpoayKTbi,
VHOYLMPYOLLME aKTUBHOCTb PpepMeHTOB Il pasbl AeTOKCHKALMN: OBOLWM CEMENCTBA KPeCTOLIBETHbIX, LIMTPYCOBbIe,
MPOAYKTbI, CoOAepXalume pecBepaTpon (BUHOrpaa) U 3/11aroByto KUCIOTY (MPELKUM opex U NMekaH, KItoKBa, ManmHa,
KIYBHMKa, MepCcuKmM, rpaHaT). Ipu roToBke pekoMeHAyeTCsl OTAaBaThb NMpearnoyYTeHMe MeTogaM Bapky U MapOBOWM
06paboTKM, OrpaHNYUTb ynoTpebreHve N, XXapeHHOM Ha CKOBOpPOAE W rpune.



MeTabonmam bumnmpyburHa

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopdusm MreHotn  YactoTa Pesynbtat AddekT

° MpenpacnonoXeHHOCTb K apdekTBHOM paboTe
UGT1A1 rs8175347 6TA/6TA  445% o YIID oy porarGhoRaa @O

BUNMpPYBUH - 3TO KOHEYHbIN NPOIdYKT KaTabonmaMma reMa, npocTeTUYeCcKoM rpynrbl reMOITIOBUHOB M HEKOTOPbIX APYrnX
6enKoB. HeKOHbIOrMPOBaHHbIA (HEMPSIMOM) BUNMPYOUH, XenToe ropodobHoe coeamHeHue, obpasyeTcs Mpu pacrnane
3PUTPOLIMTOB. B KOMMiekce ¢ GenKoM MnasMbl KPoBU (aribbyMUHOM) OH TPaHCMOPTUPYETCS B MeYeHb, e noasepraeTcs
CBSA3bIBAHWIO C [TIIOKYPOHOBOW KWCMOTOM Mop, genctsveM depmeHTa YOD-mokypoHunTpaHcdepasbl. B pesynsrate
06pasyeTcst KOHbIOMMPOBaHHbIN (MPSIMON) BUNMPYOUH — ero pacTtBopuMas dopMa. MNpoaykTbl AanbHenwero katabonmama
OUNMPY6MHa BbIBOOSITCS U3 OPraHM3Ma Kak KOMMOHEHT Xenyu, a Takke B HEGOSbLUMX KOMMYECTBaxX C MOYON.

BunmpybuH sBnsieTc  aHTUOKCKMOAHTOM, aKLUEMNTOpPOM CBOBGOAHbIX pPaaovKasioB. YMEPEHHO MOBbIWEHHbIM YpPOBEHb
6UNMpybMHa B KPOBW CBSA3AH CO CHWMKEHHbIM PUCKOM CepOeyvHO-COCYaMCTbIX 3aboneBaHun. OoHako MpyY HakorieHUn B
TKaHSX B BbICOKMX KOHLEHTPALMAX HEKOHBIOMMPOBaHHbIA  BGUNMPYBUMH MOXET Bbi3blBaTb TOKCMYeckne 3dbeKTbl.
CuvHopoMoM XXunbbepa (0o6pokavyecTBeHHas rMnepounmpyomHeMusi) - 3TO HacnencTBeHHas OCOBEeHHOCTb obMeHa
6UNMpPYBbUHa, KOTopasi MPOSIBNSIETCS B YMEPEHHOM MOBbILLEHUW COAEPXXaHUS €r0 HEKOHBIOMMPOBaHHOM GOPMbI B KPOBU.

MPUYMHOMN BTOFO COCTOSIHUS  SIBMISIETCS  CHWKEeHHas npoaykums  YOD-mokypoHunTpaHchepasbl, M3-3a  4Yero
HEKOHbBIOMVMPOBAHHbIA BUNMPYOUH HEe MOXET ObiTb CBf3aH B MEYEeHWM U ero ypoBeHb B KpOBW MoBbiwaeTcs. B Poccum
pacnpoCTpaHeHHOCTb cMHApoMa XKunbbepa coctaBnseT npmuMmepHo 20-50 cniydaes Ha 1000 yenoBek. MyXumHbl 6onetoT
B HECKOJIbKO pa3 Yalle, YeM XeHLWMHbl. B 601blIMHCTBE ClyYaeB €AMHCTBEHHbIM €ro MpOosIBNIEHVEM SIBNSIETCS yMepeHHast
XenTtyxa. Takke BO3MOXHbl 6051 B XMBOTE, PACCTPOMUCTBA MULLEBAPEHUS, MOBbILLEHHas yToMnseMocTb. KpoMe Toro,
cnHapoM XKunbbepa sensieTcs GakTOpOM pucKa pPasBUTUS MOYekaMeHHoM 6onesHn. MoMumMo cuHppoma XXunbbepa, Y
MOBbILLEHHOrO YPOBHS OUNMPYOMHA B KPOBU MOXET OblTb MHOMO MPUYMH, BKIOYasi BUPYCHbIE U TOKCUYECKME MOPaKEHUS
neveHu. Mpu HaNUYUM TMNEPOUNUPYOUHEMINI BaXKHO BbISIBUTb €€ MPUYKHY.

NccnepyeMble reHbl

UGT1A1

KoovpyeT  YO®-mioKypoHUnTpaHcdepasy,  OCHOBHOM OnpepeneHHble reHeTUYeCKMEe BapWaHTbl, BAMSOWIME Ha
depMeHT, OCYLLECTB/SIOLLMN TIFOKYPOHN3aLMIO npoaykumo YO®-rmiokypoHun- CtpaHchepasbl, senstoTcs
6unnpybrHa U HEKOTOpbIX OPYrMX COeAuMHEHUn. [eH $aKTOpPOM pucka oS passuTus cuHapoma XXunbbepa.

UGT1A1 akcnpeccmpyeTcsl B OCHOBHOM B MEYEHMU.

3akJiroueHue

leHeTHMYecKU aHanmM3 rnokasars, YTo obcnenyembii NpegpacronoxeH K addekTmsHom pabote depmerTa YOD-
TIIOKYPOHUNTPaHcdepasbl. HU3KUM pyUcK pasBuTUs cuHapoma XKunbbepa.



ObcnegoBaHUS

|_|OCKOJ'Ibe Yy o6cr|eu.yeMoro HEe BbISIBNIEHO reHeTU4YeCKoMn npenpacrnoynioKeHHOCTU K CMHOPOMY >Kvu'|b6epa, npum
OTCYTCTBUM CMMMTOMOB OOMNO/THUTE TIbHblIEe obcnenoBaHUS He Tpe6y}OTC9|.

PekoMeHgaumm no npodunakTmke

Mockonbky y obcrnenyeMoro He BbISBIIEHO MreHEeTUYECKOM MpeapacronoXeHHOCTM K cuHapoMy XXunbbepa, npu nosisneHum
MPU3HAKOB XENTYX1 eMy KpalHe BaXKHO HeMeJIEHHO OBPaTUTLCS K Bpady U MPOMTU KOMIJIeKCHoe obcrnenoBaHue s
BbISIBNIEHUS MPUYNH €€ BO3HUKHOBEHMSA. XKenTyxa MOXeT ObiTb CUMMTOMOM MHOMX 3a60MEBaHUM, HanpuMep LmMpposa
rneyYeHn 1 BUPYCHbIX renaTuToB.



CnopTmBHOE 300POBbE

CrnopTvBHas reHeTWKa - HampaBfiEHWE FeHETUKW, M3ydalolee BVSHUE U3MEHEHU B
reHax YenioBeka Ha GU3NYECKYHO aKTUBHOCTb U CMOPTUBHbIE CMTOCOBHOCTU. TPEHMPOBKM
- 970 Bcero nuwb 30% ycrniexa, octanbHble 70% pesynbraTa 3aBUCAT OT BPOXKOEHHbIX
CMOPTUBHbIX KAYECTB, 3a/10XKEHHbBIX FEHETUKOMN.

Ha crnopTvBHble CMOCOBHOCTU KaXOoro 4erioBeka BAWSIIOT CTPYKTYpa MbllUeYHbIX
BOJIOKOH, YPOBEHb KPOBOCHAOGXEHMSI MblIlL, CKOPOCTb Habopa MbIWEYHOM Macchl.
BONbLMHCTBO 3TMX MOKasaTesNien 3aBUCUT OT MeHEeTUYECKMX O0COBEeHHOCTEN UHOMBMOA.
leHeTUYeckas NpeapacrionoXeHHOCTb BNIUSIET Ha TakMe XapaKTEPUCTUKU, KaK CKOPOCTb,
cMna U BbIHOC/IMBOCTb.  [OHMMaHMe CBOMX FeHeTUYeCcKUX ocobeHHocTen -
BO3MOXHOCTb peasniM3oBaTb CMOPTMBHbIM MOTEHLWaN B MPaBUIbHOM Harnpas/ieHUM.

MpodeccroHarbHbIM crnopTcMeHaM pesynstathl JHK-TecTa MoMoryT CKOppeKTUpOBaTb
MHTEHCMBHOCTb W BPEMSI TPEHMPOBOK, MOOO6paTh MUTaAHME U pas3paboTaTb CUCTEMY
NPOGUNAKTUKM CMOPTUBHBIX TPaBM W 3aboneBaHun. Kpome 3TOro, uccnegoBaHue
reHeTUYECKOWN MPeapacrioNIoXXEHHOCTU K 3aboneBaHusM, CBA3aHHbIM C PU3NYECKUMU
Harpyskamm, MO3BOSIUT U36exXaTb pPasBUTUS 3ab0NIeBaHUM CepageyYHO-COCyaMCTOM
CUCTEMbI, aCTMbl M OCTEOMNopo3a.

99 Kon obcnemyemoro myexpertl



@ Mapkepbl BbIHOC/IMBOCTU

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm leHoTMn YYacTtoTa Pesynbtat AdPekT
MpenpacronoXeHHOCTb K yMEpeHHOM aganTaumm
ACE rs4646994 I/D 53% CepeyHO-COCYAMCTOM CUCTEMbI K Harpy3KaM Ha ® 6
BbIHOC/IMBOCTb
ADRB2 rs1042713 G/A 50% MpenpacronoXeHHOCTb K MOHMKEHHOMY My/ibCy ® O

MoKosa n Cpe,D,HeP'I BbIHOC/IMBOCTU

BbIHOC/IMBOCTb MOXHO OMpefenuTb Kak CrnoCOOHOCTb OpraHuM3Ma MepeHoCUTb (UaMYeckme Harpysku B TedyeHue
OMTenbHOro rnepuvofda BpeMeHW. [Ona ee pasBuUTUS HeoBXoamMbl MPOOO/IKUTESNbHbIE  YNPaXHEHUS  PasUYHON
MHTEHCMBHOCTW (4acTO BbICOKOW), BOBMEKalOLWME MHOMME MbllleYHble rpyrmbl U Tpebyowme npaBuibHOM paboTbl
cepoeyYHO-CoCyaUCTON U ObIXaTeSIbHOW CUCTEM.

Mpwn Harpyskax Ha BbIHOC/IMBOCTb OCOB0 3HAUYMMO MPaBUIbHOE pPaBHOMEPHOE MOTPebrieHre KUCIopOoda U MUTaTesbHbIX
BELIEeCTB AN obecrneyeHns opraHMaMa 3Heprer B TeueHue LJINTENbHOMO Mepuoda; He MeHee BaXHa 3KOHOMM3aLMS
TEXHUKU BbINMOSHEHWS ABMXKEHUIN. MO3TOMY HanmuMe AOCTAaTOYHOro KOMYEeCTBa KPacHbIX (OKUCITUTENbHBIX, MeANeHHbIX)
MbILEYHbIX BOJIOKOH W CHaBXeHWe WX AOCTaTOYHO 60MblUMM KOMMYECTBOM KUCIIOPOAa CepaAeYHO-COCYANCTON CUCTEMOM
obycnaenmeaeT GeHoTUN CTalepa, MapadoHLa. YacTo, HO He Bceraa, HeBbICOKast BbIHOC/IMBOCTb MOXET COMPOBOXOATbCs
MOBbILLIEHHBIMU CUMOBLIMU Ka4eCTBaMK, 1 Ha060pPOT.

Ha cerogHsiwHWA [OeHb W3BeCTHO 6oree 36 reHeTUYeCcKUX MapKepOoB, CBSA3aHHbIX C BbIHOC/IMBOCTHIO, FEHETUKOM
onpepensieTcs nopsgka 60% aToro kadectBa. OOHaKO BbIHOC/IMBOCTb MOXET ObiTb MOBbIWEHa PerynsipHbIMU
TPEeHWPOBKaMM, TEKYLIMI YPOBEHb PasBUTWUS STOrO Ka4ecTBa YesioBeka B MepBylo ovepeb ornpefensieTcs He reHeTUKOM,
a YPOBHEM TPEHUPOBAHHOCTM (Hapsify C JTOBKOCTbIO OHa SIBMSIETCS OOHUM U3 CaMbIX XOPOLIO TPEHMPYEMBbIX MOKasaTenem)*.

Nccnepyemble reHbl

ACE

KooupyeT aHrmoTeHsuHnpeBspaLaiowmin depmeHT (AMNd)
- LUMPKYIMPYIOWMA BO BHEK/IETOMHOM MPOCTPaHCTBe
6enoK, KOTOpbI UrpaeT BaXHYO POSib B pPeryisumm
KPOBSHOrO  fdaBneHust U1 6GanaHca  3/1eKTPOSINTOB,
KaTanmMsmpyeT pacllernsieHe HeakTVBHOrO aHrmoTeH3MHa
| pDO aKTWMBHOro aHrmoteHsmHa I, ctumynupytolero
CYy>XEHMEe COCYOOB U yBeNIMYEHNE CUHTE3a anbAoCTEPOHa.
leH aKcrpeccupyeTcsl B MakCUMMasilbHOW CTEMneHu B
KUILIEYHWKE, TakkKe B JIerkuxX, MeHble - B su4Kax,
MomKenyooyYHoM xenese, rnovkax u gp. CessaH C TUMOM
ajanTaumm cepaeYHo-CcocyamcTom CUCTEMBbI K
onpefesieHHoOMy  TUNy  PU3NYECKOM  Harpyskm u
pasBUTMEM  MMNEPTPOPUUECKON  KapaMoMMoraTum
apTepuanibHON runepTeHaun. HopmanbHas annenb (1) B
3TOM reHe CBfi3aHa C TMOBbILEHHOW BbIHOC/IMBOCTLIO W
CHWKEHHbBIM 7
rMNepTeH3nu.

PUCKOM pasBUTUSA apTepuasbHo!

ADRB2

KopvpyeT 6eTa-2-agpeHeprmyeckmii peLenTop - UMOHHbIN
GenKoBbI KaHan, BCTPOEHHbIM B LMTOMIasMaTn4ecKyro
MeMOpaHy KNeTKW, UMEIOLMIA BbICOKYIO CTerneHb CPOACTBa
K agpeHanvHy W obecrneymBalolWyi  MOBbILEHVE WU
CHUWXeHWe MeTabonM4yeckon akTUBHOCTY MHHEPBUPYEMOM
TKaHW WM opraHa. AKTMBaLMS pPeLienTopoOB Bbi3biBaeT
yBeMYEHNE MHTEHCMBHOCTM MUKOreHOM3a B MbilwLax. B
reHe Havbornee uayyeHbl Aga nonvmopouama: GIn27Glu
n Gly16Arg. MocnegHWin CBsi3aH C CepAeYHbIM BbIOPOCOM
B rokoe, MNOBbILLEHHOM 6poHxoaunaTaumen "
BbIHOC/TMBOCTbIO.



3akJioueHue

Y O6C1'Ie,EI,YEMOFO BblsB/IeHa reHeTn4Yeckaa npenpacrioNoXeHHOCTb K cpep,HeVl BbIHOC/IMBOCTU. 3TO cBMaeTenbCTByeT O
cpe,u,Hel7| CNOCOBHOCTH BblOePXKMBaTb AJIUTES1IbHbIE Harpy3KW.

ObcnegoBaHUS

Ecnn obcnenyembi Boibpan Tpebyrowmii BoIHOCTIMBOCTU BUL, CMOPTa, PEKOMEHAYETCS perysipHO NPOBOAUTb OOLWMIA U
BUOXMMUYECKUI aHanM3bl KPOBM 06CIedyeMoro, 0CO6eHHO KOHTPOSIMPOBATb KOMTMYECTBO SPUTPOLIMTOB U PETUKYIIOLIUTOB,
reMorriobuHa, reMaToKpuT, YpoBeHb deppUTUHa U CBOBOOHOIO Xeresa B KpoBW. MOMMMO 3TOro, pekoMeHaytoTCs
nepvioguyeckue cnmporpadpuyeckme obcnenoBaHus, [EHCUTOMETPUS. XKenaTenbHO KOHTPOIMPOBaTb KONTMYECTBO
MUKPO3JIEMEHTOB (LMHKa, CeneHa, MapraHua) 1 ButammHoB (D, B12, donmneBon KUCIOTbl) B KPOBU. TakKe XesaTenbHbl
nepuoguyeckme Kapauorpapuieckme obcrenoBaHus.

PekoMeHgaumm rno npodunakTrke

Hanbonee nopoxopsawmMm ons obcnenyemoro SBnstoTCs TPEHUPOBKWY CpeaHeN A/ITENbHOCTU U YMEPEHHOW SO0 BbICOKOM
MHTEHCMBHOCTW (B 3aBUCUMOCTM OT ApYrix nokasatesnel). PekoMeHOoBaHHble BUAbl CMNOPTa: 6OMbLWOM U HAaCTOMbHbIN
TeHHWC, 6aOMUHTOH, a Takke 6oeBble UCKYCCTBa (alKuao, kapaTe) (Mpu cpeaHMx 1 6oree BbICOKMX CUITOBbIX
rnokasaTtensix). [py BbICOKMX CKOPOCTHbIX MOKasaTesNsiX MOryT MOOOUTU UrpoBble Buabl criopTa (PyToon, XOKKEN C Luarnbowm,
MSYOM — MPEeANOYTUTENBHO MO3ULMM Hamapaowmx). a8 NoBbiLEeHWS BbIHOCIMBOCTY PEKOMEHOYETCS BK/IOYaTb B PaLMOH
obcnenyeMoro 6aHaHbl, OBEC, LMWMHAT, CBEKITY, BULLHIO, rpaHaT; BO3MOXEH AOMOSHUTEbHbIM MPUEM MpernapaToB Xenesa
1 L-kapHUTWHA (MpY OTCYTCTBUM 3a00neBaHUM LMTOBUAHOM Xenesbl). BbIHOCIMBOCTb MOBLIWAIOT WM HOOTPOrHbIE
npenaparbl, Takke 6/1aronpusTeH NpPUeM HaTypasibHbIX a0anToOreHOB (3KCTPaKTbl POAMObl PO30BOM, XEHbLLEHS,
3/1eyTEPOKOKKA)*. BIHOCITMBOCTb SIBMSIETCS XOPOLO TPEHMPYEMbIM MOKa3aTesieM, €e MOXHO HaTPEHMPOBaTb A0
ornpenenieHHoOM CTeneHu.



‘ Mapkepbl cuIbl

Pe3yn bTaT reHeTUu4eCkKoro aHasim3a

leH Monumopdusm leHoTMn YYacTtoTa Pesynbtat AdPekT
MpenpacronioXeHHOCTb K yMepeHHOM agarraLmm
ACE rs4646994 I/D 53% CepeyHO-COCYANCTOM CUCTEMbI K CUITOBbIM ® 6
Harpyskam
ACTN3 rs1815739 c/c 37% MpenpacrnofioXeHHOCTb K BbICOKOW CKOPOCTU ® 0
° MbILLIEYHbIX COKPaLLEHUI
o MpenpacnonoXeHHOCTb K YMEpEeHHOW rmnepTpodunm
PPARG rs1805192 C/G 27% MbILLEYHOMN W XMPOBOWM TKaHen ® O
MpenpacronoXeHHOCTb K CpenHel
ADRB2 rs1042713 G/A 50% UYBCTBUTENbHOCTU K afipeHasinHy U NMOHUKEHHOMY ® 6

Mny/ibCy MoKos

MpenpacnonoXeHHOCTb K CUMOBbIM Harpy3kaM OnpenensieTcs TUMOM MbIlEYHbIX BOSIOKOH, CKOPOCTbIO pOCTa MbILEYHOM
Macchl, 3QPEKTUBHOCTBIO MOTPEGIEHNS OPraHU3MOM KMUCNOPOAA U MPOOYKTUBHOCTbIO paboTbl CepaeuHO-COCYAUCTOM
cuctembl. Mpy 3TOM 3a4acTyro (HO He Bcergal) BbICOKUM CUIOBOM MOTEHLMan MOXET COMPOBOXAATHCH CHUKEHHOM (Mnn
CcpepHel) BbIHOC/IMBOCTbIO, U HAOGOPOT.

leHeTuka onpepdenseT pasBUTME CUIOBbIX MOKasaTesnen NpuMepHO Ha 70%, Mpy 3TOM ee BKIaA B COCTaB MeJIeHHbIX
MbILEYHbIX BOSIOKOH cocTaBnsieT 45%. OCHOBHbIe FeHbl, BVSIOWME Ha CUIOBOM MOTEHUMaN - 3TO MeHbl, CBSi3aHHble
HernoCpeaCTBEHHO CO CTPYKTYpoM W  (PYHKUMOHMPOBaHMEM MbiL, (HanpuMep, reH anbda-akTWHWHAE), peLenTopbl,
aKTUBMPYEMblE MEPOKCUCOMHbIMK  MponudepaTopaMu  (MOCKOSbKY WMMEHHO OT  HWX 3aBUCUT CKOPOCTb pocTa U
oM depeHLMPOBKM B TOM UMCE U MbILLEYHON TKaHM), a TakKKe MeHbl PeHWH-aHMMOTEH3MHOBOM CUCTEMDbI (aHMMOTEH3MH-
npeBpallalollero  epmMeHTa, aHrMMOTEH3MHOreHa), MOCKOMbKY WMMEHHO OHa obecrneumBaeT adanTauMio cepaeyHo-
COCYAMCTOWN CUCTEMbI K CUMTOBbBIM HarpyakaMm.

OngHako cnenyet noMHUTb, YTO MHTEHCKMBHbIE CUNOBble d)VISMHeCKMe Harpysky MoOryTt CcorpoBOXAaTbCA MOBbilEHNEM
apTepuanbHOro SaBneHus M OKCUOATUBHbBIM CTPECCOM (MoBpeXaeHMe KNeTKU B pe3ynibtaTe OKUCIEHUs]) B opraHmame.*

NccnepyeMble reHbl

ACTN3

KooupyeT 6enok anbda-akTUHWH-3, KOTOPbIM y4acTBYeT B
COKpaTUTEesIbHOM arnapaTe BO/TOKOH CKEJIeTHbIX MblLL, W
aKcnpeccupyeTcs NPenMYLLECTBEHHO B HUX.
MonuMmopdHass 3aMeHa B 3TOM reHe MNpUMBOAUT K
OTCYTCTBMIO PYHKLMOHaNbHOro 6enka anbda-akTuHMHa-3.
B otcytcrBre anbda-akTVHWHA-3 ero posnb BbiMOHSET
anb®a-akKTUHMH-2, 4YTO CBSI3aHO C HU3KOW CKOPOCTHIO
COKpalLleHMs  MblleYHbIX BonokoH. ACTN3  saensieTcs
cneumpuryYecknMM MapkepoM BbICTPOTbI U CUTTb.

PPARG

KooupyeT ramma-peuenTtop nponudepaumy nepokCrcoM,
KOTOPbIM B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOW TKaHW.
OcHoBHOM GYHKLUMEN 3TOro Genka SBNSeTCs aKTMBaLMS
reHoB, CBSI3aHHbIX c aKKyMynsiLmen XMPpa,
ONOPEPEHUMPOBKOM  KIIETOK  XUPOBOM  TKaHM U
MrobnacToB. MrpaeT BaXHYyO pOSib B YyBCTBUTEIbHOCTU
PasnnyHbIX TKaHEeW K WMHCYNUHY. onvMopdHasi 3aMeHa B
3TOM reHe 6naronpusiTHa U CBs3aHa C 60riee BbICOKOM
YYBCTBUTENIBHOCTBIO K WMHCYNMHY, 60sbllen yTunmsaumemn
3HEPrMM KINEeTKaMM Mbilll, U 6onee 6bICTpbIM MPUPOCTOM
MbILLEYHOW TKaHW, UYTO CrMOCOOCTBYET  MOBbILLEHMIO
CUNOBbIX Ka4€eCTB.



ADRB2

KopupyeT 6eTa-2-agpeHeprmyeckmii peLenTop - UMOHHbIN
6enKoBbI KaHan, BCTPOEHHbIM B LMTOM/IasMaTUyecKyro
MeMOpaHy KIIeTKW, MMEIOLLMIA BbICOKYIO CTemneHb CPOACTBa
K afgpeHanvHy W obecrieymBalolmi  MOBbILEHVE WU
CHWXEeHVe MeTabonmyeckon akTUBHOCTU MHHEPBUPYEMOM
TKaHW WM opraHa. AKTMBaUMS PeLIenToOpOB Bbi3biBaeT
yBeNMYEHNe NHTEHCMBHOCTM MMKOreHOMM3a B MbilwLax. B
reHe Hambonee usydyeHbl Aea nonumopodmsma: GIn27Glu
n Glyl6Arg. MNocneoHnn cB\3aH C cepAeYHbiM BbIGPOCOM
B rnokoe, MoBbILLEHHOM OpoHxoaunaTaumen "
BbIHOC/TMBOCTbIO, HOpMasibHast a/iieflb — C MOBbILUEHHbIMU
CUOBbIMU Ka4yeCcTBaMU.

ACE

KooupyeT aHrmoTeHsmHnpespalaiowmin depMeHT (AMNdD)
- UMPKYIMPYIOWMMA BO BHEKIETOMHOM MPOCTPaHCTBE
6enoK, KOTOpbIN WIrPaeT BaXHYKO pOfb B perynsumm
KPOBSHOrO  OaBfeHuss W GanaHca  3/1eKTPOSIUTOB,
KaTanusmpyeT pacllernsieHne HeaKTUBHOrO aHrMOTeH3MHa
| pDO aKTWMBHOro aHrmoteHsmHa I, crtumynmpytolwero
CY>KEHWMe COoCyOoB U yBe/IMYEHME CUHTEe3a allbAOCTEpPOHa.
[eH akcnpeccypyeTca B MakCUMasibHOM  CTerneHu B
KULWWEYHMKE, TakkKe B JIerkux, MeHblle - B saudKax,
MOMmKeNyaoo4YHOM Xenese, novkax v gp. CesisaH C TUMNOM

afjanTaumm cepaeyvHoO-CoCyancTom cUCTEMBI K
onpepneneHHoMy — Tuny — GU3MYECKOM  Harpyskm — ©
pasBUTUEM  TUMEPTPODUYECKOM  KapaMoOMUoNaTUmM U

apTepuanbHon rynepTeHsun. OJeneuns (D) B 3TOM reHe
CBsfisaHa C ajanTaumen cepaeYHO-COCYyOMUCTOM CUCTEMbI K
HarpyskaM Ha CUy U B TO Xe BpeMsi — C MOBbIWEHHbIM
PUICKOM Pa3sBUTUSI apTEPUarbHOM MNepPTEH3NN.

3akiroyeHmne

leHeTUYeCKUA aHanm3 BbiSBU Yy 06CTenyeMoro MoBbIEHHbI CUTOBOM NOTEHLMas. TO O3HaYaeT, UTO OH MOXET pPa3BUTb

AOOCTaTO4YHO 6OJ'IbLLIyIO MbIlLIEeYHYIO CuUny.

ObcnegoBaHUS

O6cnenyeMoMy XXenaTenieH KOHTPOSb apTEPUarIbHOro AaBIEHUS U NMepUognveckne Kapamorpadpuyeckme obcnenoBaHus,
npy HEOBXOOMMOCTU — YNBTPa3BYKOBOE ObCNedoBaHWe cepaLa, KOHCYbTaums kapgmonora. MNpy MHTEHCUBHDBIX
TPEHNPOBKaX PEKOMEHAYIOTCS NePUOANYECKUM KOHTPOSb YPOBHS KpeaTUHMHA B KPOBUW, @ Takke peryrsipHasi
DEHCUTOMETpUS. PEKOMEHOYeTCsl KOHTPONMMPOBAaTb KOIMYECTBO MUKPO3IEMEHTOB (LIMHKA, CerleHa, MapraHLua) 1
BuTaMuHOB (D, B12, donmeBon KUCOTbl) B KPOBU. EC/M 3aHSATUS CMOPTOM COMPOBOXOAIOTCSA MOTpebneHreM 60blloro
KOnMMYyecTBa 6erka, peKOMeHOyeTCa NEPUOANYECKU MPOXOAUTb TakKKe COOTBETCTBYOLME OOC/IEO0BaHMS.

PekomMeHpgauunm

O6cnenyeMoMy MOOXOAST CUOBbIE TPEHMPOBKU. OH MOXET peaniv3oBaTb CBOM MOTEHLMAN NMPEUMYLLECTBEHHO B CUIOBbIX
BMAAX CroOpTa, TakMX KaK CMOPTMBHas NTMMHACTMKa, MPbPKKOBbIE BUAbl CriopTa U rpebnsi (6araapkm, KaHO3 - KOPOTKME
OUCTaHLMM) U NPbPKKK B O/IUHY/TPOMHOM (MPM BbICOKOM MOKasaTesie CKOPOCTH). Takke MOryT nogonTu 60eBble NCKYCCTBa
(kapaTe, TX3KBOHAO), 6opbba (BOSbHas, MPeKo-puUMcKasi, caMbo, A3t040). B MeHbLLel cTeneHy NofonayT Tskenas
ameTuka Unm nayaprvbTUHE, apMPECTSIMHE. [pU CUNOBbIX TPEHWPOBKAX PEKOMEHYETCs YBENTMYUTD KOTMYECTBO 6erka B
paumoHe obcrnenyeMoro (BktoYaTh B PALMOH SIALIR, HEXXMPHOE MSICO U Pbiby, XyMyc). Mpu HapylweHun paboTbl
AHTMOKCWOAHTHOW CUCTEMbI PEKOMEHAYIOTCS MOHVKEHHAsH MHTEHCUBHOCTb TPEHMPOBOK U AOMOSHUTENbHBIM MpUeM
QHTUOKCUOAHTOB. [pY HEOBXOOMMOCTW /11 YBESIMYEHUS MbILLEYHOM MacChl U YyULLEHWNs pe3ysiTaToB BOSMOXEH MpUeM
MPOTENHOBbIX KOKTEMNEN, aprvHUHA U KpeaTuHa*. 15 MOBbILLEHWS YCTOMUYMBOCTI CyXOXUMIA K MOBPEXOEHUSM MpuU
CUNOBbIX TPEHMPOBKaX MOXHO HasHaYaTb MpenapaTbl KO/lareHa 1 XoHapouTuHa*. BnaronpusiteH npuem ButammHa D. Ons
YBENUYEHNS] CUITOBOM BbIHOCITMBOCTY BO3MOXEH MpUEM GeTa-anaHuHa.



% Mapkepbl CKOPOCTU

Pe3yn bTaT reHeTUu4eCkKoro aHasim3a

leH Monumopdunsm leHoTMn YYacTtoTa Pesynbtat AdPexT
ACTN3 r51815739 C/C 37% ﬂpe,ﬂ,paCHOMﬂb?:JKee:::l);'::boI; BbICOKO\l:/'I CKOpPOCTH @ @
paleHnin
PPARG rs1805192 C/G 27%  TPEAPACTONOXEHHOCTS K yMepenroli 1nepTPOG/M ® O
poOBOU TKaHen
ACE rs4646994 |/D 53% npeﬂpaCI'IOJ'IO)KeHHOCTb K yMepeHHon agantauumm @ e

CEepAEYHO-COCYAUCTOM CUCTEMbI K CIIPUHTY

CKOpOCTHblEe KayecTBa ornpenensoTcs B MepBylo ovepenb NpeobrnafatloliyiM TUMOM MblLeYHbIX BOTOKOH (BbiCTpble Mnu
Mep/ieHHble). [ONns MefsieHHbIX (KPacHbIX, OKUCIUTENbHBIX) MbIEYHbIX BOSMIOKOH XapaKTepHbl a3pOBHble MeXaHW3Mbl
3HEeproobpasoBaHUs, KOTOpble O6ECreunBaloT BbINMOMHEHUE OJINTENIbHON pPaboTbl Ha BbIHOC/IMBOCTb. BbICTpbIA  TUM
MblIlLEeYHbIX BOJTOKOH (6€J'Ible, mukonmTnyeckmne BOﬂOKHa) CUHTE3MPYEeT 2Heprmo 3a cyeT aHaSpOGHbIX MeXaHU3MOB, YTO
obecrneymBaeT BbICOKYKD CKOPOCTb COKPaLLEHWS U BbICTpoe YyTOMIeHWe. TakiM obpasoM, MnpeobnadaHue MensieHHbIX
MbILEYHbIX BOSIOKOH ornpefenseT deHoTUn cralepa (MapadoHua), npeobnagaHve ObICTPbIX MbllEeYHbIX BOMIOKOH -
deHoTUN cnpuHTEpPa, UK «Cunava», @ PaBHOE COOTHOLLEHWE MO3BOSISIET YESIOBEKY peariMaoBaTb CMOCOBHOCTU B UMPOBbIX
BMOAX CriopTa, eaMHOOOopPCTBaXx.

HacneoyeMocTb CKOPOCTHbIX Ka4ecTB OLEHMBaeTCs B pasMepe He MeHee 60%, B MepBylo ovyepedb 3a CYeT BapuaHTOB
reHOB, CBSI3aHHbIX HEMOCPEACTBEHHO C COKPALLeHWEM MbIlWL, M KOMYECTBOM GbICTPbIX MbIWEYHbIX BOSTOKOH (aKTUHMH).
OnHako Ans CrPUHTEPOB OOHOBPEMEHHO TakXkKe BaxHa 6biCTpas ajanTaumsl CepaeyHO-COCYOMCTON CUCTEMbI K PE3KOMY
BO3PAaCTaHMIO CKOPOCTU 1, COOTBETCTBEHHO, Harpysku. [losToMy sogsMm € 3aboneBaHusMU  CepaeyHO-COCYANCTOM
CMCTEMbI PEKOMEHIYeTCsl 3aMeHsTb 6er Ha neLume Mporysiku.

NccnepnyeMble reHbl

ACTN3

KooupyeT 6enok anbda-akTUHUH-3, KOTOPbI y4acTBYeT B
COKpaTUTENIbHOM arrnapaTte BOSIOKOH CKeNIeTHbIX MbILL, U
aKcnpeccupyeTcs npenMyLLEeCcTBEHHO B HUX.
MonuMopdHass 3aMeHa B 3TOM reHe MpuMBOAMT K
OTCYTCTBUIO GYHKLUMOHANbHOro 6enka anbda-akTuH1Ha-3.
B ortcytctBue anbda-akTMHUHA-3 ero porib BbIMOMHSAET
anb®a-akKTUHMH-2, YTO CBA3aHO C HW3KOW CKOPOCTbIO
COKpaLLeHMST  MblleYHbIX BonokoH. ACTN3  gaensieTcs
cneumdUyeckM MapkepoM BbICTPOTbI U CUTbI.

PPARG

KooupyeT ramMa-peLenTop nponudepaumm rnepoKCUcoM,
KOTOpbIM B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOM TKaHW.
OcHoBHOM GYHKLUMEN 3TOro Genka sIBNSeTCs akTuBauums
reHOB, CBSI3aHHbIX c aKKyMynsiLmen xXupa,
IMOPEepPEeHLMPOBKOA  KIETOK  XXMPOBOM  TKaHW W
MMOBNAcTOB. MrpaeT BaxHYIO posib B YyBCTBUTENbHOCTMU
PasfnyHbIX TKaHen K WHCYNUHY. NonvmopdHasi 3aMeHa B
3TOM reHe GnaronpusTHa U CBsi3aHa C 6osiee BbICOKOW
UYBCTBUTENIBHOCTBIO K WMHCYNKMHY, 60sbllen yTunmsaumen
3HEPrmM KneTkamm Mbilly, 1 6onee 6bICTpbIM MPUPOCTOM
MbILEYHOM TKaHW, YTO CroOCOBCTBYET  MOBbILEHMIO
CUMOBbIX N CKOPOCTHbIX Ka4eCTB.



ACE

KooupyeT aHrvoTeHsuHnpeBpaaowmin depmeHT (ArNd)
- LUMPKYIMPYIOWWMA BO BHEKIETOYHOM MpPOCTPaHCTBE
6enoK, KOTOPbIA UrpaeT BaXHYO pPoOsb B  perynsumm
KPOBAHOrO  OaBneHWss U GanaHca  3/1eKTPOSIUTOB,
KaTanmsmpyeT paclenneHne HeakTBHOrO aHrMoTeH3MHa
| pDO aKTWMBHOro aHrmoteHsmHa I, crtumynupyolero
CY)XEHME COCYOOB U yBE/IMYEHME CUMHTE3a afibOOCTepOHa.
[eH aKcrpeccpyeTcss B MaKCUMaslbHOM  CTeneHu B
KULEYHMKE, TaKKe B JIerkmx, MeHblle — B MYKaX,

I'IO,El)Ke}'IyLI,O‘-IHOlZ xXenese, noykax n gp. CeasaH C TUMNOM

afjanTaumm cepaeyvHo-CoCcyancTom cUCTEMBI K
onpeneneHHoMy — Tuny — GU3MYECKOM  HarpysknM  ©
pasBUTMEM  TUMEPTPOUYECKOM  KapaMoMMonaThumM 1

apTepuanbHon runepTteHsun. Oeneuns (D) B 3TOM reHe
CBsisaHa C ajanTauven cepaeyHO-COCYOUCTOM CUCTEMbI K
CMMOBbIM M CKOPOCTHbIM HarpyskaM U B TO Xe BpeMs — C
MOBbILLEHHbIM PUICKOM pasBUTUSA apTepwanbHon
rMNepTeH3nn.

3akJioueHue

[eHeTUYeCKnIN aHan13 BbiSBUM Yy o6cne,u,yeMoro BbICOKMI CKOpOCTHOlZ noTeHupan. 3TO O3Ha4YaeT, YTo Y Hero omm4yHble
CrpMHTEepCKmne Ka4vecrtBa.

ObcnegoBaHUS

PekoMeHOyeTcs meprogmyeckoe npoBefdeHne CrMpOMETPUM, a TakKe OBLLEro aHanmMsa KpoBu (0CO6eHHO obpaTuTe
BHMMaHVEe Ha KONMMYECTBO 3PUTPOLIUTOB 1 YPOBEHb reMOobuHa). Takke pekoMeHAyeTCs neproamuyeckoe nposeneHme
DEHCUTOMETPUM L1 MOHUTOPWHIE BO3MOXHBIX PUCKOB MeperioMoB. MocKorbKy Kak MUHMMYM OOMH U3 aCCOLIMMPOBAHHbIX
CO CMPUHTEPCKMMU KauecTBaMM MONMMMOPGU3MOB aCCOLIMMPOBaH TakXKe C PUCKOM PasBUTUS apTepUaribHOM rMrnepTeH3uu,
obcnenyeMoMy pekoMeHO0BaHbl KOHTPOb apTepUaribHOro AaBNeHUs 1 nepuogudeckme kapauorpadudeckme
obcnenoBaHus, NpyY HEOOXOOMMOCTU — YNBTPa3BYKOBOE OOCNedoBaHVe cepaLa, KOHCYbTaUms Kapavornora.

PekoMeHOaLUmMm no npodunakTmke

O6crnenyeMoMy OT/IMYHO MOAOMAOYT TPEHMPOBKW W BMAObI CMOPTa, TPebytowme pasBUTUSI BbICOKOM CKOPOCTW. CrOpTUBHbIN
MoTeHUMan slydlle BCero NoMoryT peanmnsoBaTb /o060 CrpuHT (6er, KOHbKOBEXHbIM CropT, LWOPT-TPEK, MiaBaHWe Ha
KOPOTKME OUCTaHLMM), BENOCNOPT (CNPUHT). Mpy BbICOKMX CUMOBbIX MOKasaTesnsax nogonaeT rpebns (6annapky, KaHos -
KOPOTKME AUCTaHLmMM). Takke obcrnenyeMoMy MOryT MoAonTW TpebytoLime MOWHOro pasbera NpbbKKW B BbICOTY, C LUECTOM,
B [UTMHY, METaHMe KOorbsi, SOpa, ANCKa, a Takke BOKC M BOCTOUHbIE edMHOBOoPCTBa. NpW AOCTaTOUMHOM BbIHOCIIMBOCTM
MOryT MOJOUTU UrpoBble BuAbl criopTa (PyToOs, XOKKEN C LWanbom, Madom). [ns yBeMyYeHUs CKOPOCTHbIX MoKasaTesemn
npy NpodeCCUOHaNbHBIX 3aHSTUSX CMOPTOM 6/1arorNpUsITEH NMpUeM KpeaTuHa*. Mpu 3aHATUSAX CKOPOCTHBIMU BUOAMM
criopTa 6naronpusTeH BbICOKOGEKOBbI PaLMOH. B Liensix NoBbILLEHNS YCTOMYMBOCTU CYyXOXWUIIUIM K TPaBMaM Mpwu
TPEHMPOBKax BO3MOXEH MPMEM MperapaToB KosareHa M XOHAPOUTUHa*. He pekoMeHayeTcsi MPUeM remHepoB
(MpenapaToB O/151 HapaLUMBaHUS MbILLEYHOW MacChbl).



Pursmnyeckasa akTMBHOCTb
019 CHUXXEeHUSA Beca

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdunsm leHoTMn YYacTtoTa PesynbTaTt dPekT
MpenpacronoXeHHOCTb K CHUXEHMIO akTUBaLmM
ADRB2 rs1042714 C/G 51% FIIMKOreHONM3a B OTBET Ha YBE/MUYEHME YPOBHS ® O
appeHanHa
ADRB3 4094 T 78% MpenpacronoXeHHOCTb K BbICOKOM CKOPOCTU ® @
JMMOMM3a B OTBET Ha BbIGPOC afpeHanmHa
FTO rs9939609 A/A 20% BbICOKMIM PUCK Pa3BUTUS OXMPEHUS 6 6
CHUXEHHasi CKOPOCTb POCTa XUPOBbIX KNETOK,
PPARG rs1805192 C/G 27% BO3MOXHO HE60/TbLIOE CHUXEHME YyBCTBUTENIbHOCTU ® 6

K NHCYIMHY

PeXmnM TpPeHWPOBOK O/ MOAAEPXKaHUS WM CHUXKEHWS] Beca LO/KEH COCTaBMsATbCA C YYeTOM  WMHAMBUOYaSbHbIX
OCO6EeHHOCTEN. BaXHO He TOMBbKO CTPEMUTBCH «CKEeYb» KaropuW, HYXKHO BbIGpaTb TUM Harpysku, Mpu KOTOPOM 6ydeT
MaKCMMasibHO 3P PEKTUBHO PacXOO0BaTbCH SHEPIUS U3 XKMPOBbIX KIIETOK.

3a aKTMBaLMIO pacxofa dHepreTUYecKmx 3arnacoB OopraHMaMa npur GUsMYecKMx Harpyskax OTBeYaloT B MepBylo odepedb
adpeHopeLIenTopbl, aKTUBUPYIOLWME KaTabonmMsaM Mpy UX aKTUBaLMW afpeHa/IMHOM, BbIOSNSIOWMMCS MpU PU3NYECKUX
Harpyskax. BaxHo, UTO opraHM3M CHadasia pacxopyeT yreBogbl (TIMKOreH), a YK€ MOTOM — XMpbl. TakmM obpas3oM, Ans
MakcUMaribHON 3GdEKTUBHOCTU PUBNYECKUX Harpy30K HEOBXOAMMO OLIEHWUTb CKOPOCTb pacrafa M YImeBoOoB, U XXMUPOB
(oba nokasaTens ykasaHbl B pasgenie «TPeHUMPOBKW OJ11 CHUXEHUST Beca» MOTPebUTeNbCcKoM Bepcun oTveTa). MoMmMo
3TOro, Ha HeobXoOMMOCTb N IPPEKTUBHOCTb PUINUECKMX HAarPy30K BAUSET reHoTmn no FTO, nonvmMopdmnaMbl KOTOPOro
accoLMMpOBaHbl 1N pUCKaMK Habopa M3BbITOYHOIO BECa, HO 3TW PUCKU MOTYT ObiTb CYLLECTBEHHO CHWDKEHbI PerynspHbIMm
PU3MIEeCKMUM Harpy3kKamu.

Takxe HY>XHO MOMHUTb, YTO /I CHWXKEHUs Beca Hapsgy C dursmyeckmmm YNpaXXHEHNAMU Heobxoamma KoppeKuns
PauUyoHa, N KONMM4eCcTBO I'IOTpe6J'IﬂeMbIX KaJ'IOleZ B Nto60M cnyyae OO/HKHO ObITb MEHbLUE KOIM4YeCcTBa pacxou.yeMblx.*

NccnepyeMble reHol

FTO
KooupyeT  2-oKcomyTapaT-3aBUCMMYIO  [eMeTunasy,
KOoTopas ydyacTByeT B MoOOUOUKaLMU  HYKITEMHOBbIX

KWUCMOT, OCYLECTBASIOWMX PEFYNSTOPHYIO  PYHKLMIO.
Benok BblpabaTtbiBaeTCc B 6GOMblIEN WX MeHbLUen
CTEMEeHN TMOYTU TMOBCEMECTHO B  OpraHuMaMe, HO
MakCUMaslbHO - B HEPBHOM TKaHM U OCOBEHHO B
runoTanamyce. [lonvMopdmnsM 3TOro reHa cBA3aH C
3aMef/1IeHHbIM  YYBCTBOM HaCbIWEHWSI W YBESTUYEHHbIM
noTpebrieHneM Karnopuii U BHOCUT 6OnMbLIOA BKag B
pasBuTHE OXUPEHUA. OOHAKO 3TOT PUCK MOXHO CHU3UTb
perynsipHon GUan4ecKom akTUBHOCTbIO.

ADRB3

KooupyeT 6eTa-3-agpeHepruyecknin  peuenTop, 4epes
KOTOPbIM noa BO3OEWNCTBMEM KaTexosaM1MHOB
orocpeayeTcs Nunonms U Tepmoperynsums. Peuentop
OEeNCTByeT B aguroumTax, Mpv 3TOM  MaKCUMaribHasi
IKCMpeccunss reHa OTMeYaeTCs B AMYHMKaX, a Takke B
nnaueHTe, XenyHoM U MoYeBOM My3bipsix. MonmMopdunsm
B reHe CBsi3aH CO CHWKEHMEM BblpaboTKM HOaHHOIO
peuenTopa B TKaHsIX, UTO 3aMel/iseT MPOLECC CKUraHUs
XMpa, U acCOLIMMPOBaH C PasBUTUEM TakuX 3a60SeBaHUN,
KaK TrunepToHM4Yeckas ©Oone3Hb, CaxapHblii OvabeT,
OXMpeHMe.



PPARG

KooupyeT ramMma-peuenTop nponudepaLmm nepokCUcomM,
KOTOPbI B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOW TKaHW, B
HEeGOMbLION CTEeMeHn - B  KUWEYHUKE, Xenyoke,
nraueHTe, MO4YeBOM nyabipe, Jerkux. OCHOBHOM
pyHKUMEN 3Toro 6enka  sBNsSeTCH aKTWBaUMs [eHOB,
CBSI3aHHbIX C aKKyMynsiUMen Xupa, ouddepeHUMpoBKOm
KNEeTOK >XMPOBOW TKaHW U MUOBNAcTOB. UrpaeT BaXHYHO
ponb B YYBCTBUTESIbHOCTM  PasfiMYHbIX  TKaHer K
UHCYNUHY.  [onuvMopdHass 3aMeHa B 3TOM  reHe
6naronpusiTHa U cBs3aHa C 6ornee HW3KOW CKOPOCTbIO
pOCTa XWMPOBOW TKaHW, Hanuume HOpMasbHOM annenm
MOBbILaeT HeobXxoauMoCTb GU3NYECKUX Harpy3oK [O/1s
NOAAEPXXaHWs Beca.

ADRB2

KooupyeT 6eTa-2-agpeHepruyeckmin peLenTop — MOHHbIN
6enKoBbIN  KaHanm  UMTOrMasMaTM4yeckon  MeMOpaHbl
KIeTKY, WMEIOWMA  BbICOKYO CTEMeHb CpoAacTBa K
agpeHanMHy U obecrneuvBalolMi  MOBbILEHVE WA
CHUWXeHWe MeTabonM4yeckon akTUBHOCTY MHHEPBUPYEMOM
TKaHM N opraHa. AkTuBaums ADRB2 Bbi3blBaeT
YBENIMYEHNE UHTEHCUBHOCTU [TMKOreHonmsa. B reHe
Hanbonee m3ydeHbl pOBa nonuMmopdmama: Glyl6Arg
(cBsizaH C cepaeyYHbiM BbIGPOCOM B MOKOE, MOBbILLEHHOMN
OpoHxoounataumMer U BbIHOCAMBOCTHIO) U GIN27Glu
(cBFI3aH C OXMPEHWEM U [TIMKOreHOM30M, pacragoM
IMMKOreHa Npu GU3nYeckor akTMBHOCTU). Annenb 27Glu
(G) cBsizaHa CO CHWXXEHHOW CKOPOCTbIO TIMKOreHomMsa B
OTBET Ha BbIOPOC agpeHasiMHa W MOBbILEHHbIM PUCKOM
Habopa 136bITOYHOIrO BECa/OXUPEHUSI.

3aknueHue

B pesynbraTe reHeTM4Yeckoro aHaamsa y obcneayemMoro BbisiB/ieHbl MPeApacroNIOXXEHHOCTb K CHDKEHHOW CKOPOCTU
MeTabonramMa 1 MoBbIlLEHHas MOTPEBHOCTb B GU3MUYECKON aKTUBHOCTM.

O6cnenoBaHUSA

IMpy aKTUBHOM CHUXEHWW BeCca peKOMeHOyeTCsl peryssipHbIi KOHTPOsb Beca Tena obcrnenyemoro (1 pas B Hegento).
PekoMeHayeTcs Takke Neproamnyeckm NpoBepsiTb MUNUAHbINM Npodub obceayemMoro (YpoBeHb TPUMMLEPUOOB, O6LLEro
xonecrepwHa, xonecrtepuHa MBI v JIMHI), a Takke ypoBeHb MHoKO3bl U MHCY/IMHA B KPOBU.

PekoMeHpgauunm

O6cnenyeMoMy pekoMeHOyeTCs MOBbICUTb KONMMYECTBO GU3NYECKOM aKTUBHOCTU U 3aHATUM CNOpTOM A0 5 Yacos B
Hepento. PekoMeHOyeTCcs OTHOCUTENTbHO OJIUTESNbHble TPEHWPOBKU (He MeHee 1,5 vaca, B ngeane - 2 yaca). MoxHo
TPeHMpoBaTbcs 2 pasa B AeHb MNo 1 yacy. HenocpeacTBEHHbIN TUM U MHTEHCUMBHOCTb TPEHUMPOBOK crieayeT rnoobuvpatb
UCXOAS 13 MOTPEOHOCTU, CUITOBbIX, CKOPOCTHbIX KaYeCTB U BbIHOCIMBOCTW MOL PYKOBOACTBOM TpeHepa. NoMMMO 3Toro,
obcrnenyeMoMy BaxKeH akTUBHbIN 0Bpas XU3HW, 6onblue ABuratbes B 6biTy. [ns 6onee addeKTUBHOMO CHUXEHWS Beca
BaXKHO CHMXKEHME OBLLEN KaTOPUMHOCTM paLMoHa 06CnenyeMoro 3a CHeT OrpaHUYeHMst MOTPebeHnst XXMPOB U YITIEBOOOB
- Benkoeas aMeTa. PekoMeHOyeTCsi BKHoYaThb B €ro PaLMOoH JOCTaTOMHOE KOSTMUYECTBO MULLEBbIX BONTOKOH.



‘ [MnepTpodma Mmokapaa

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH MNonumopduam leHotn YacrtoTa Pesynbtat AdPekT

ACE rs4646994 /D 53% MpenpacnonoXeHHOCTb K YMEPEHHOM rmnepTpodum ® 0

MUoKapaa nNpy GU3NYECKUX Harpy3skax

MoHsiTWe «crnopTMBHOE cepaue» 6bino BBegeHo B 1899 r. C. XeHWeHOM. XapakTepHbIMK €ro npusHakaMn SBMstoTCs
yBenMyYeHne pa3MepoB 1 06beMOB MOMNOCTEN cepaua (aunaTtaumst), rMnepTpodus CTEHOK 1E€BOrO Xesyaouka, yBemyeHne
MacCbl MMOKapAa MpW COXPaHEHUM CUCTONMYECKOM U OMaCTONMYECKOM PYHKLMM KESTYAOYKOB, a TakkKe BO3MOXHOe
yBenMyeHne obbemMa U MacCbl MPaBoOro Xesnypodka. Takve WU3MeHeHWs pasBMBaloTCa npaktudeckn y 100%
NpodeccroHabHbIX CMOPTCMEHOB. Y CMOPTCMEHOB AVNCLMIMIIVH C BbIPXKEHHOW AMHAaMUYECKON KOMMOHEHTOW B OCHOBHOM
MPOUCXOANT IKCLUEHTpUYeckas runepTpodust (yBenmyeHne obbeMOB KaMep M YMEpeHHOe YTOJLeHWe CTEHOK cepaua),
MpW CTaTUYeCcKUX BWAAX CropTa 4alle - KOHUEHTpudeckas runeptpodus (yBenmveHve TOMWMHbI CTEHOK J1IeBOro
xenygouka 6e3 yBenimyeHus ero oobema).

Mpn couyeTaHMM OBOUX BMOOB Harpy3oK pasBMBaETCs CMellaHHas rMnepTpodus NeBoro xenymouka. B 1938 r. I @.
NlaHrom 6binn  BblgeneHbl 2  BapuaHTa  «CrMOPTWMBHOMO  cepdua»:  dwuanonormdeckun 1 natonorndeckmin. K[
PU3MONOrMYecKkoro «CriopTUBHOIO CcepALa» XapakTepusyeTCcsl YMEpPEHHOW CUHYCOBOM 6pagvapuTMUEN, YOJIMHEHHbIM
MHTepBasioM PQ, yBenmMueHreM BbICOTbl T-3ybua A0 % BbiCOTbl 3ybua R 1 cMmeweHveM mHTepBana ST Ha 1-2 MM Bblwe
U3ONTMHUU; MPY MOHUTOPUWHIE Takoro cephua OO/KHa OTCYTCTBOBaTb OTpULIaTENbHas AMHaMuKa. [osiBneHre npusHakoB
MUOKapAMOONCTPODUN, «TUFAHTCKMX» T-3yOLIOB W BblpaXEHHOM Taxu- W 6pagvapuUTMUM FOBOPUT O MaTosiorm
«CrnopTMBHOro  cepgua».  DUBMOMOrMYECcKoe  «CMOPTMBHOE  cepaue»  COYeTaeT  MakCMMarbHO  3KOHOMHOE
PYHKLMOHMPOBaHME B TMOKOE C BO3MOXHOCTBIO AOCTUXKEHWUSI MaKCUMasilbHO BbICOKOW MPOU3BOAUTENIBHOCTM  MpW
PpusMyeckom Harpyske, Npmv 3TOM Hanborbliee 3HaYeHVe UMeeT OunaTaums Xenynoukos. To ecTb, «CNopTUBHOE cepaues»
MOXET CUYMTAaTbCS afanTauMeln K NoCTOsHHBIM GU3NYECKMM Harpy3kaM. KnuHuueckas cuMnToMaTuka (60neBo CUHOPOM,
MOBbILUEHHAs! YTOM/IIEMOCTb, CUHKOMasIbHbIE 1 MPECKHKOMasbHblE COCTOSIHUS) MPY 3TOM OTCYTCTBYET.

«CnopTuBHOe cepaue» Heobxoaumo anddepeHUMpoBaTb OT  ApYyrUx (MaTOMOrMYeCcKUX) WU3MEHEHWH, HarpuMep,
rnepTpodnUEecKor KapaMoMMOoMaTuK, KOTOpasi MPEeUMYLLECTBEHHO OOYyC/IOBMEHa MyTauUMsSMM B reHax TshKesion Lenwm
MWO3MHa, TPOMOHMHa T, MMO3MH-CBA3bIBalOLEro 6enka C 1 TpornomMmosmHa. PopMUPOBaHME e «CMOPTMBHOMO CepALia»
(rnepTpodus TeBOrO XeyaouKa) TOXe UMEET reHeTUYECKYIO KOMMOHEHTY U MeXUHAMBUOYa/IbHYIO BapuabenbHOCTb, HO
B 3TOW CBA3M Hamboree 3HauuMble pe3ynbTaTbhl MosydYeHbl Ans NonvMopdM3Ma reHa aHrMOoTEeH3WHMpEeBpaLlatoLLEero
depmeHTa (ACE) peHUH-aHMMOTEH3MH-aNbOOCTEPOHOBOM CUCTEMBbI. BaXkHOW OTIMUUTENbHOM OCOBEHHOCTBIO CMOPTUBHOM
rmnepTpodmm MmMokapaa sBNsieTCs ee 0b6paTMMOCTb Mocne NpekpaLleHnst TPEHUPOBOK.

NccnenyeMble reHbol

ACE

KooupyeT aHrmoTeHsuHnpeBspaLalowmin depmeHT (Ard) CeBA3aH C TWMNOM ajanTauun Cepae4YHO-COCYAMCTON
- LUMPKY/IMPYIOWMA BO BHEK/IETOMHOM MPOCTPaHCTBE CUCTEMbI K OnpepeneHHOMY Tury GU3NYeCcKOn Harpyskm
6enoK, KOTOpbI WrpaeT BaXHYO POSib B pPerynisumm M pasBuUTMEM TUMEPTPOPUUECKON KapavoMuonaTim u
KPOBSHOro  fgaeneHuss 1 6anaHca  3/1eKTPOSUTOB, apTepuanbHou runepteHsmn. Oeneums (D) B 3TOM reHe
KaTanmMsmpyeT paclernsieHe HeakTVBHOrO aHrmoTeH3MHa CBfi3aHa C apjanTauven cepaeyHO-COCYaUCTON CUCTEMbI K
| 0O aKTMBHOrO aHrmoTeHauHa Il, cTumynupyolero Harpyskam Ha CUIy U B TO XK€ BpeMsi - C MOBbILLEHHbIM
CyXeHMe COoCyfoB W yBeSIMYeHe CUMHTE3a arbaoCTepoHa. PUCKOM  pasBUTWSI  apTeEpUanbHOM  FMMEPTEH3UU U
leH aKkcnpeccupyeTcs B MakCMMa/lbHOW CTemneHu B YCUEHHOW runepTpodmen Muokapaa Mpu  3aHATUSX
KULIEYHMKE, TakkKe B JIerkuX, MeHble - B sWU4Kax, CropTOM.

nO,El)Keﬂy,D,OHHOVI XXenese, No4kax 1 gp.



3akJioueHue

FeHeTUYEeCKUIA aHanm3 BbiBUI Y O6CNIEAyEMOro CpefHUIA PUCK Pas3BUTUS rNepTpobUn MUOKapaa.

ObcnegoBaHUS

O6cnenyeMoMy XXenaTenbHO NMpoxoauTb nepuoanyeckoe (B ngeane 1 pas B 6 MecsueB) Kapauorpapuyeckoe
obcneposaHue 1 Y3W (npun Heobxogmmoctu — KT nnm MPT) cepaua, OCO6eHHO MpU MHTEHCUBHDBIX 3aHATUSX CMIOPTOM
(8N NnpodeccnoHanbHbIX CMIOPTCMEHOB — He pexe 4 pas B rofd). B aToM criydae o6cnenoBaTbCs peKoOMeHOyeTCs Yalle.
Mpy HapyLeHn GYHKLMIA cepaLia U NOosIBNIEHNN CUMMTOMOB, CBSAI3aHHbIX C ero neperpyskon, obcnenyeMoMy nokasaHo
MpeKpaTUTb TPEHWUPOBKWU A0 HOopManm3aumm napameTpoB K. Mpru HEO6XOOMMOCTM eMy MOXET ObiTb HasHaveHo Y3
cepaua.

PekoMeHgaumm rno npodunakTrke

MpY MHTEHCMBHbBIX 3aHATUSIX CMTOPTOM B C/lydae pasBUTUS rMnepTpodmm MrMokapaa Nno TUMy «CropTYBHOMO cepauay
BO3MOXHO HasHauyeHue npenapatoB ATD n/unu kpeatnHdochaTta*. Onsa ycuneHmss MeTabonmyeckx npoLeccoB B
MUWOKapAe BO3MOXHO HasHaveHue NMMOeBOM KUCNOTbI*. [15 yMeHbLUEHWs HAKOMIeHWs SlakTaTa B KapaAMOMMOLIMTaX
BO3MOXHO HasHayeHWe npenapaToB Kokapbokcuniasbl®. Takke AOMOMHUTENbHO 47151 YCUNTEHWNsSI SHEPreTUYecKoro obMeHa
BO3MOXHO HasHayeHue L-KapHUTWHA, 01K YITyYlleHWs TKaHEBOro AblxaHus — npenapaTos umutoxpoMa C 1 KoaH3mMa Q10*.
Mpw BbIPaXXEHHOM MMNEepPTPOPUM 1 MPU3HaKaX ANCPYHKLMM MMOKapAa B Cllydae OCTPOM HEOOXOAUMOCTM BO3MOXHO
HasHayeHme 6eTa-agpeHO610KaTOPOB (MPOTMBOMOKa3aHbl NMpy 6pagukapamml), HO cnegyeT y4ecTb, UTO OHW BXOAST B
rnepeyeHb NpenapaTos, 3anpeLleHHbiXx BAOA (He cnegyeT HasHayaTb MX NpodeccroHanbHbIM CriopTCMeHaMm). Ons
rnopaep>XXaHus HopMasibHOro GYHKLMOHWMPOBaHWSA cepALa obcrnenyeMoMy XesaTeslbHO MosyyaTb C NULLen [OCTaTouHoe
KONMYECTBO Kalusl U MarHusl, OCOBGEHHO 3TO BaXHO MPWY MHTEHCMBHbBIX GU3MYECKMX Harpy3Kax, BO3MOXEH MX
[OMONHUTENbHBIA NMpUeEM*.



TpaBMaTMuecKas aHUedanonaTus

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdpusm MNeHotn YactoTa PesynbtaTt

SddekT

65% HopMarnbHasi CKOpOCTb BOCCTaHOBIEHUS MOCNe
(o] ~
TPaBM roJIOBbl, PUCK OCNOXHEHUN CHUMXXEH

APOE rs429358, rs7412 E3/E3 ®

CoTpsiceHus ronoesHoro Mosra (S06.0 no MKB-10) 1 TpaBMaTuyeckas aHuedanonatnsa (T3) (MNM NOCTKOMMOLMOHHbIM
cnHopoM, FO7.2 no MKB-10), KOTOpbI MOXeT MOoC/IeA0BaTb 3a COTPSICEHMEM, SBNSIOTCA BaXKHOW KaK MeayKO-CoLMaribHOM
npobnemMon, TaKk W OOHWM M3 Hauoree CepbE3HbIX MPoBneM CropTMBHOM MeauumHbl. ExerogHo TpaBmaTuveckue
noBpeXXaeHust FofIoBHOro Mo3ra nonydyaet 50-50 MiH venosek, unu 295 yenosek Ha 100000 HaceneHWs NiaHeTbl, U Mo
oLeHKaM - Moyt 50% HaceneHusa 3eMsiM B TeYEeHUE XU3HW.

T3 npencTaBnseT coboW psif, HEBPOSIOTMYECKMX U MCUXONOMMYECKMX HapyLUEHW, OBYCIOBNEHHbIX OereHepaTyBHbIMU,
OMCTpodUYEeCcKMI, aTPODUYECKUMU U PYBLIOBBIMU M3MEHEHMSIMW MO3MOBOM TKaHW, KOTOPbIE BO3HUKAIOT B pe3ynsraTte U B
TeueHVe HeKOTOPOro BPEMEHM MOC/e TPaBMbl FOMoBbl. B HauyanbHOM OCTPOM Mepuode nocre TpaBMbl FONoBbl HaMbonee
3HaYMMbl BO3HMKAlOWME HapYLUEHUSI KPOBOTOKA M 3HepreTMyeckoro GanaHca Mosra, OKCUMOATUBHBIM CTpecc, B 6onee
rnosgHWe nepuoabl Havbonee CyleCcTBEHHbIN BKag, B MaToreHes MoryT BHOCUTb JIOKasibHble WM OTAASIEHHbIE OT MecTa
MopaxeHWst AeCTPYKTUBHO-OUCTPOdUYECKMe N pernapaTUBHO-AereHepaTuBHble npoLiecchl. Cepbe3HbiIMU MOCeACTBUSMU
TpaBM roOfioBbl MOryT O6biTb BeEreTaTBHO-OUCTOHWUYECKUA CUMHOPOM, CUHAOPOM  JIMKBOPO-OMHAMUYECKUX  HapyLUEHWH,
aCTEeHUYECKUIM CUHAPOM, MOCT TpaBMaTU4eckasi rmapouedanys, LiepebpanibHO-04aroBbii CUHOPOM, TakKe YacTo BbloensoT
MOT TPaBHaMUYECKUI SMUNENTUYECKUA CUHOPOM.

ﬂOJ'II/IMOpCbVI:—}MbI B HEKOTOpPbIX reHax CBdA3aHbl C USMeHeHUNeM CKOPOCTU MeTabonmaMa asikorons OO aueTanbaernna, Yto
MOXeT NMpnBeCTU K TOKCUYECKOMY MOpaXXeHUIo nevyeHn N1 pasBUTUO OHKOTOMr’MYeCKnNX 3aboneBaHNI.

NccnepyeMble reHbl

APOE

KoovpyeT anonunonpoTenH E, Bxogdwmi B COCTaB
XUIOMUKPOHOB W JNIUMOMPOTENHOB  OYeHb  HU3KOM
MNOTHOCTW. MakcuManbHasi 3KCNpeccuss 3TOro  reHa
HabnogaeTcds B MeYeHW, Takke - B MoYKax,
HagnouYeuHMKaX, >XMPOBOM TKaHW, CeneséHke, Mosre.

CUIbHEE BbIPaXeH Y OEeTEeN U CHUXKaAeTCs C BO3PacToM,
nMpy TOM YTO A/ MOXMUIbIX JOAeN xapakTepHa 6orbluas
TSKECTb OCNIOXHEHUM 1 6onee TpyaHOe BOCCTaHOBEHME
B nMpuHUMne). KpoMe Toro, MMeKTCsa OaHHble O TOM, YTO
coyeTaHne HocutenbctBa APOE4 C  HannumeM B

Benok yuactByeT B OOMeHe nMNMOOB B KPOBU U
XornecrtepuvHa B Mo3re. Havbonee uyacto uccnegyoT 2
nonuMopduaMa, codeTaHue KOTOpbIX obycnaenveaeT 3
dopmbl Genka: E2, E3 (HopMa) u E4. BapumaHT E4 no
[aHHbIM psiga WCCNefoBaHWM CBS3aH C  MOBbILEHHbIM
PUCKOM OCITOXXHEHWUIA N 3aTPyOHEHHbIM BOCCTaHOBEHNEM
npy TpaBMax rosioBbl (UTO MHTEPECHO, 3TOT addeKkT

aHaMHe3e TpaBM rOfIOBbl MOXET YCU/IMBATb CBSI3aHHbIM C
3TUM BapUaHTOM PUCK pPasBuUTUs 6ornesHn AnbLirenMepa.
Yactota aToro BapuaHTa BapbupyeT oT 10 go 20% B
3aB1CKMMOCTW OT MOMY SLMM.

3akJiroueHmne

FeHeTUYeCKUIn aHanmMs He BbiBU Y o6crieyeMoro ¢pakToOpoB pyUcKa Npy TpaBMaTUYecKoM aHLedanonatmm. Puck
MOBbILLEHHOM TSHKECTU COTPSICEHWIA MPW yaapaXx rosioBbl HE BbISB/IEH.



ObcnegoBaHUS

HecmoTps Ha To UTO y 06CNenyeMoro He BbISIBIIEHO MreHETUYECKUMX PUCKOB, CBA3aHHbBIX C TSHXKECTbIO COTPSICEHUM MO3ra U
TpaBMaTUYeCKoW 3HUedanonaTmen, eMy He CTOUT NpeHedperaTb Nepuogn4eckuMm npodunakTnieckMmm
obcrnenoBaHMsaMU (anekTpoaHLedanorpamMmma, nmnmaorpamMMa 1 ap.). Npuv HaNUYMX MOKa3aHMIA He UCKITFOYEHO
HasHa4YeHue NpodPUNaKTUYEeCcKon nnn guarHoctuyeckon MPT*. [Npy TpaBMax rofoBbl PEKOMEHOYETCs TakKe
KOHTPONIMPOBaTb BHYTPUYEpPENHOe OaBEHNE HEMHBA3MBHBIMYM METOOAMUY,

PekoMeHgaLmm rno npodunakTmke

Ob6cnenyeMoMy xenaTesibHO NoTPebNsaTb AOCTaTOYHOE KONMMYEeCTBO oMera-3 A1t BOCTIONTHEHWUsSI CYTOYHOM HOPMbI. Mpu
3aHATUSAX TPaBMaTUYHBIMU BUOAMK CMOpTa HEOOXOAMMO 3alUMLLATHL FO/IOBY OT TPaBM (TPEHMPOBaTbCS B LWIEMe C
COBNOAEHNEM TEXHWKWN BE30MacHOCTK) Aaxe Npu 611aronpusiTHOM reHoTune. MNpu TpaBMax rofioBbl BO3MOXEH MpUeEM
MaHHUTa (MaHHUTONA) UK APYrX MOOXOASLIMX OCMOTUYECKMUX ONYPETUKOB*. Takke BO3MOXHO HasHayeHue
HEeMpPONPOTEKTOPOB, HOOTPOMHbIX, MEMTUAEPrNYECKMX, aMUHOKUCIIOTHbIX, Ba30aKTMUBHbIX, PEOMO3UTMBHbBIX MPEnapaTos,
BEreTOTPOMHbIX M aHTUMMCTaMUHHBIX CPeACTB (MPU HEOOXOOMMOCTW MPW OTCYTCTBUM MPOTUBOMOKa3aHWM)*. AHanbreTuku,
cefaTUBHbIE N CHOTBOPHbIE CPeACTBa MPW TPaBMaTUYECKOW aHLUedanonaTm HazHavatoT Mo nokasaHuaM*. MomMrMo aToro,
NMpw TPaBMax FOS10Bbl PEKOMEHAYETCS MPUEM aHTUOKCUMOAHTOB U BUTAMWHOB Mpyrnbl B, a Takke MOXET 6bITb
6raronpusiTHa KeToreHHasi aveTa (Npy OTCYTCTBUM NMPOTUBOMOKA3aHMI), OOHaKO MNPy 3TOM HEOBXOOUM CTPOrUM KOHTPOSb
creupanmcra*.



CBoOUCTBa coegHUTENIbHOU TKaHU

CoemuHUTeNbHas TKaHb — 3TO rpyrrna TKaHeW B OpraHM3Me, OCHOBHbIMU QYHKLIMSIMA
KOTOpbIX SBMSETCA rnoanepxaHue ¢opMbl  Tena, obecrneyeHne CTPyKTYpHOM
LIe/TOCTHOCTM OpraHoB, 3aracaHue U TPaHCMOPT NUTaTesbHbIX BelWecTB. K 3TUM TKaHAM
OTHOCHATCS XpsILLEBas, XMPOBas M KOCTHas TKaHW, a Takke KpoBb U NnMda.

CoepuHuTenbHasa TKaHb NMPeAcTaBieHa MoYTY BO BCEX OpraHax, 06pasys 3HaYMUTENbHYHO
YaCTb KOXM, CBSA3OK, CYXOXW/IMM, KPOBEHOCHbIX COCYOOB, MbIWL, M MapofdoHTa. OHa
COCTOUT [NaBHbIM 0OOPa3oOM U3 KIETOK U  MexXknetoyHoro Matpukca (MKM),
3aMoJIHAOWEro NPOMeXyTKM Mexay Humu. MKM npeactaBnsieT cobow TpexMepHyto
CeTb BHEK/IETOYHbIX MaKPOMOJIEKY/S], TakKUX Kak GMOpPO3Hble Gesnlku (3/1acTudeckme
KONNareHoBble BOJIOKHA), [IMKOMPOTEMHbI W MPOTEOTIMKaHbl, W obecneyvrBaeT
CTPYKTYPHYIO 1 BUOXUMUYECKYHO MOLOAEPXKKY OKPY>XKAOLWLMX TKaHEN.

M3BecTHO 60nee 200 HacneacTBEHHbIX 3ab0NeBaHUM COEOMHUTENbHOW TKaHW. YacTb
M3 HUX CBSI3aHa C MyTaLUMsSIMM B reHax, koavpytowmx 6enkm MKM, koTopble MpuBoasaT K
M3MEHEHUMSIM CBOMCTB M QYHKLIMM PasfINYHbIX CTPYKTYP B OpraH13Me: HarpuMep, BNVSoT
Ha 31aCTUYHOCTb KOXW, CBA3OK N KPOBEHOCHbBIX COCYOOB.

12 Kon obcnemyemoro myexpertl



PaspyLleHne
MeXKJIeTOUHOIro MaTpuKCa

Pesyn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopduam eHotMn YacrtoTta PesynbTtaT SddekT

MpenpacrnonoXeHHOCTb K HOPMaribHOM MPOAYKLMMN ®

-/ O,
MMP1 rs1799750 / 25,2% Konnarerassl MMP1

MaTpuKCHble MeTanionpoTeasbl - 3TO CEMEMCTBO LMHK-33BUCUMbIX MPOTEONUTUYECKUX (GEPMEHTOB, SBMSIOLLMXCS
KIIOYEBBIMY  PETY/ISTOPaMW  PEMOLENTMPOBaHUS U Oerpafjalii KOMMOHEHTOB MeXKeTo4Horo Matpukca (MKM). 3tu
depMeHTbl paspyLlaloT KOSareH, MpoTeorvKaHbl M HEKOTOpbIe ApYyrie COoeamMHeHWs.. MaTpuKcHble MeTarnonpoTeasbl
UrpaloT KIOYEBYIO POJib B MEXK/IETOUHbIX B3aMMOLENCTBMSX, MPOLIECCaX anornTosa, nponvdepaummn 1 auddepeHumaLmm
KIIETOK.

CBoeBpeMeHHasa aerpapaumss MKM HeobxoayMa /1S BOCCTaHOBMEHWS M OOHOBMEHWs TkaHelr. OpHako HapylleHue
perynaumm  paboTbl  MaTPUKCHbIX MeTasnsionpoTeas MOXEeT CrocobCTBOBaTb  PasBUTUIO  MEPUOOOHTUTa, apTpuTa,
aTepockneposa U Apyrix 3aboneBaHu. YBenumieHe akTUBHOCTM KOSIareHas B KOXEe MOXET MPUBECTU K CHUXKEHUIO ee
YAPYroCTU U MPOYHOCTH, YCKOPEHHOMY CTaPEHMIO KOXM.

NccnepyeMble reHbl

MMP1

feH MMP1 - kogovpyeT BHYTPUTKaHEBYIO KosilareHasy, BO3OENCTBMEM Y®-usnyyeHus, onpeaeneHHbIX
paspyLatoLyto dnbpunnspHbii konnareH |, Il n il Tuna n XUMUYECKMX U BOCMaNUTEsIbHbIX areHTOoB, a Takxke Mpu
HekoTopble Apyrve 6enkM MeXKIeTOYHOro MaTpuKca. BO3PaCTHbIX U3MEHEHWSIX. OnpepeneHHble
3TOT GEPMEHT UrpaeT BaxkHEWLYO posib B MOAAEPXKaHNA nonmmopdmambl MMPT  cBfI3aHbl CO CKJTOHHOCTbIO K
romMeoctaza MKM KoOXMW, a TakKKe sBNseTCs OCHOBHOM MEPUOAOHTUTY, @ TakkKe C MOBbILEHHOM CKOPOCTbIO
MeTa/I/IonpoTeason B TKaHsX nepuopdoHTa. B koxxe MMP1 nM3nca KomjareHa OepMmbl, YTO MOXeT Crnocob6CTBOBaThb
cuHTesunpyeTcs  dmMbpobractaMm U KepaTUHOLIMTaMMU. CHWKEHWMIO YMNPYrocTU U MJIOTHOCTU KOXM, MOSIBNEHUIO
Mpopykums MMP1 B KOXe MOXET yBENMYMBATbCS MoL, MOPLUMH.

3aksoyeHue

leHeTUYeCcKUn aHanmM3 nokasar, YTo obcreayembivi MPeapacrnonoXeH K HOPMaribHOM MPOoAyKUMM KOMareHasbl, YTo
CrMocoBCTBYET NOAAEPXaHMIO FOMEOCTasa MEXKIETOYHOrO MaTPUKCa KOXM M COXPaHEHWIO ee MeXaHU4YeCKMX CBOWCTB.
Puck pasBuTUSi MEPUOAOHTUTA MO AAHHOMY MEXaHW3MY HE MOBbILIEH.



ObcnegoBaHUS

O6cnenyeMoMy XXenaTerbHO Neprognveckn CoaBaTb ObLWMe aHanu3bl KPOBU M MOYM, MPOBEPSITh JTEMKOLIMTaPHYHO
dopmyny n CO3. Takke NMpu HEOOXOOMMOCTU eMY MOXET ObITb Ha3Ha4YeH aHa/IM3 Ha YpoBeHb C-peakTUBHOro 6eska um
$urbprHOreHa B KpoOBU*.

PekoMeHOaLUmm no npodunakTmke

O6cnenyembiii NpegpacnonoXeH K HopMarnbHOW MPOAyKLMM KorrareHasbl MMP1, ogHako ee akTUBHOCTb Takke 3aBUCUT
OT cpefoBbiX pakTopoB. [ NoAAepXXaHUs rOMeOoCcTasa AepMaribHOrO MaTpuKca obcnenyeMoMy XernaTeslbHO OTKasaTbCs
OT KypPEeHUs1 1 MO BO3MOXHOCTW U3beraTb BO3AENCTBUS 6ObLMX [O3 TOKCUYHBIX COEONHEHUIN OKpYXKatoLLen cpefpl. Takke
€My XenaTeslbHO OrpaHMYKMBaTb BPeEMs MPebbiBaHWS Ha COMHLE B NEPUOAbl HAMBOMbLLIEN MHTEHCUBHOCTWN YD-N3NyYeHus.
O6cnenyeMoMy pekoOMeHOyeTCs UCMOb30BaHME COMHLIE3ALUMTHBIX KPEMOB, MPUYEM Jydlle codeTaTb X C OpYrviMm
MeTofaMM 3aluThl OT ynsrpaduroneTa (HanpuMep, HOCUTD LWASMY C WMPOKMMU nonaMu). [Npuv Boibope kKpeMa eMy creayeT
0obpaTUTb BHNUMaHWE Ha COMHLE3aWMTHBIM GakTop cpeacTsa, SPF, 0603HaYalowmin cTeneHb ero 3awmTbl oT YPB-nyyen.
Takke obcrnenyeMoMy pekoMeHOyeTcs ynoTpebnaTb B NMLLY NPOoAyKTbl, 6oraTble aHTMOKCMaaHTaMu: BuTaMmHamm C u E,
6eTa-kapoTVHOM, nonmdeHonamu. XKenaTtenbHO NCMosb30BaHME KOCMETUYECKUX NMpenapaToB MECTHOro OeNCTBMS
(HanpyMep, KPeMOB A1l YXOAA 3a KOXeW), CoAepXallmx peTUHOMAb! 1 Opyrie aHTUOKCUMAAHTbI, anbda- 1 6eTa-
MMOPOKCUKNCTIOTbI UMW KUHETUH.



KonnareH

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopdusm leHotMn YacTtoTa PesynbtaT AdPexT

COLIA1 rs1800012 T/T 4’4% Bblpa)KeHHaFl npenpacnosioXXeHHOCTb K MpoayKUunn @ e

KonnareHa ¢ HapyLleHHOM CTPYKTypom

KonnareHbl - 3TO CeMENCTBO CTPYKTYPHbIX 6€/IKOB, COCTaBMSIOLMX OCHOBY COEOVHUTENIbHOM TKaHW M obecrneymBaloLLmx
ee CTPYKTYPHYIO U MexaHW4ecKyto nogdepkKy. KonnareHol GOpMUPYIOT XapakTepHble TPOMHbIe Crivipasnn, CocTosiume u3
Tpex 6enKoBbiX Lienen, 1 obpasyloT HaaMOMeKy/sipHble CTPYKTYpPbl MEXKIeTOYHOro matpukca. CyuectsyeT 28 TUMNOB
KOnnareHa, Kotopble koampytoTcst 6onee yem 40 reHamy. OCHOBHbIM TUMOM SIBNISIETCS KomareH |, coctaBnsiowmn 6onee
90% OpraHMYeckom Macchl KOCTeM W MNpeobrafaloWwmini B KOXE, CYyXOXMUIUSX, CBA3KaX U poroBule. W3BecTHbI
MonmMMopduaMbl B reHax, KOAMPYIOWMX Lenu B cocTaBe KoslareHa | Tvna, KoTopble MOBbIWAOT BEPOSTHOCTb PasBUTUS
oCcTeoroposa.

B Poccun kaxpasi TpeTbsl XKEHWMHA U KaXObl YeTBEPTbIA MyX4MHa B Bo3pacte 50 neT m craplie MMeeT HUSKYLO
MWHEparnbHYlO MIOTHOCTb KOCTY, COOTBETCTBYIOWYIO MAaHHOMY 3aborneBaHuto. PakTopamMmn pucka [N pasBUTUS
OCTEOonopo3a ABNSOTCA NMPUHAIEXHOCTb K €BPOMNEOMAHON pace, MPUHAO/IEXHOCTb K XXEHCKOMY MOy, CTapLlumiA BO3PacT,
pPaHHSIE MeHornaysa Y >XeHWwuH. OCTeonopos MOXHO MPedoTBPaTUTb C MOMOLBIO PaHHEW AMarHOCTWKW, CBOEBPEMEHHOM
NPOOUNAKTUKN U NIeYEHUS.

NccnepyeMble reHbl

COL1A1

KoovpyeT 6enkosyio LUenb al, BXOAsLWYlO B COCTaB HapYLUEHWIO COOTHOLWEHMS Mexay 6e5KoBbIMM LiensMu B
konnareHa |. TponHaa cnvpanb konnareHa | coctouT u3 coctaBe kKonnareHa | [lpogykumsa  konnareHa C
noByx al uemer m opgHon a2 uenu. OnpeperneHHble HapYyLIEHHON CTPYKTYpPOM SIBNSIETCS OOHWM M3 (aKTOPOB,
MonMMopduaMbl B 3TOM FeHe CBf3aHbl C MOBbILLEHVEM MOBbILLAIOLIMX BEPOSTHOCTb Pa3BNTUSI OCTEONOPO3a.

npoaoykuunm a-uennm KonnareHa, Yto npmBoguT K

3akJiroyeHmne

MeHeTUYeCKUA aHanM3 BbISIBUM BbIPXKEHHYIO MPenpacronoXeHHOCTb K MPOodyKLMK KOmareHa C HapyLWeHHOM CTPYKTYPOWM,
UTO SBNAETCS OOHUM U3 HaKTOPOB PUCKa /181 Pa3BUTUS OCTEOMNOPO3a.



ObcnegoBaHUS

O6crenyeMoM BaXHO MepUoamMYeckn coaBaTb obLuMe aHanm3bl KPOBM M MOYW, aHanmM3bl Ha YPOBHU 25-
rMapoKcuKanbLmdeporna, MarHus, bocdopa 1 KarnbLms B CbIBOPOTKE, a TakKe Ha YPOBHM MOSIOBbIX FTOPMOHOB U
TUPEOTPOMHOrO OPMOHA, OCTEOKASbLIMHA W KOCTHOM LUenoYHoM docdaTasbl*. Takke XenaTenbHo cieamTb 3a CKOPOCTbio
pe3opbLumn: aHanmabl Ha rMapoKcUnponuH, Beta-CrossLaps, Pyrilinks-D (Mapkepbl pe3op6Lmmn KOCTHOM TkaHW). Kpome
Toro, o6crefyeMoMy pEKOMEHIYETCS NepuoaUYecKy MPOXOAUTb AEHCUTOMETPUYECKOE UCCTeoBaHVE U
OBYX3HEPreTUYECKYHO PEHTIEHOBCKYI abcopbLMOMETprio. OCOBEHHO BaXKHO MPOXOOUTb 3TN O6CIEA0BaHNS XEHLMHAM B
MOCTMeHOoMay3e.

PekoMeHOaLUmm no npodunakTmke

O6cnenyeMoMy BakHO OrpaHUYUTb KypeHue (akTWUBHOE U MacCUBHOE), MOAOePXMBaTb CTabUIIbHbIA BEC (KEaTesIbHO He
CHWXKEHHBbIM). Takke eMy pekoMeHayeTcsl perynspHasi Gusndeckast akTUBHOCTb . [ o6creflyeMoro BaxHo rno
BO3MOXHOCTU 13beratb rnepenomoB (yoobHast obysb U T.4.). AueTa formkHa 6biTb pazHoobpasHom. O6cnenyeMomy
pekoMeHayeTcs nuTaTbes 5 pa3 B AeHb. Ero paumoH gomkeH copepxaTb JOCTaTOYHOE KOMMYECTBO KasbLys, BUTaMMHA
D, MarHus, kanus, ButammHoB C 1 K. BoaMOXHO ynoTpebneHme Kanbums v BuTtamMmHoB C 1 D B BUae 6MogobaBoK, HO
TONbKO MO COMIACOBaHMIO CO CMEeUmanicToM* U Npy OTCYTCTBUM NPOTUBOMOKa3aHWM. CHMXKEHHas YyBCTBUTEIbHOCTb K
BUTaMUHY D siBNsieTCs JOMOMHUTENbHBIM GakTOPOM pUcKa L1 pasBUTUS OcTeornoposa. KpoMe Toro, obcrnenyeMomy
pekoMeHayeTCs OrpaHNYNTb YnoTpebneHme ankorons, conu (MoBapeHHoM), a Takke Kope (0COBEHHO MpU HU3KOM
CKOPOCTW paboTbl PEPMEHTOB, METAOONNIMPYIOLLMX KOPEUH).



‘ 2nacTtuH

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH MNonumopdusm TeHoTun YacrtoTa PesynbtaT b dekT

ELN rs7787362 c/C 30,4% BbipaxeHHast FIFl)_le,El,paCI'IO}'IO)KeHHOCTb K HapyLLeHHOM 00
POAYKLMW 3MacTUHa

DUBPUNNSPHBIA  6eNOK  371aCTUH - 3TO OCHOBHOW KOMFMOHEHT 3/1aCTUYECKUX BOJTOKOH, KOTOpble obecrneymBaoT
PacTSXKMMOCTb U YMNPYrocTb COEOUHUTENIbHOM TKaHW. Takke 371acTWH UrpaeT porib B KETOYHOM apresuu, Murpaumm u
rnepepaye CUrHanoB Mexgy kneTkamu. [NonnmMopdunaMbl B reHe 3/1acThHa CBsi3aHbl C PSAOM HapyLUEHWM COeaVHUTENbHOM
TKaHW, BKIIOYas MosiBeHWe CTpui (pacTskek). B ydacTkax KOXK, MoaBepXXeHHbIX PacTsiKkaM, MPOMCXOOUT MoTepst r
HapyLLeHWe CTPYKTYPbl KOSISTAareHOBbIX M 3/1aCTUYECKMUX BOITIOKOH M UCTOHUYEHME KOXMU.

B HayanbHOW cTaguu CTpUM MPOSIBNSIOTCS Kak KpacHble MOochl Ha KOXe, MOCTENMEHHO OHW MpPUOBpPeTaloT GUONETOBDIN
LiBeT, a 3aTeM bnefHetoT. Hanbonee 4acTo OHM MOSIBASIOTCS Ha XMBOTE, Sroavuax, 6eapax v rpyau.

OuEeHKM pacnpoCTpaHeHHOCTW CcTpui  konebnoTtca oT 50 go 80%. B o6pasoBaHWe CTpUA BHOCAT BKIaL, Kak
reHeTU4eckMe OCOBEHHOCTM YenoBeKa, Tak W BIUSHWE cpefbl. BepoAaTHOCTb BO3HWKHOBEHWS CTPUWM MOBbILAETCS Mpu
6epeMeHHOCTH, B MOAPOCTKOBOM BO3PacTe, MpU OXMPEHWW, Pe3KOM Habope Beca, CaxapHOM AmabeTe, ropMOHanbHbIX
HapyLweHuWsix (Hanpumep, cuHapoMe KywuHra). CTpun Yalle BO3HUKaIOT Y Silofer ¢ 6onee TeMHOM Koxen. Takke CcTpum
6bonee XapaKTepHbl ONs XeHLWWH, YeM Ond My>XUYnH. B xone 6epeMeHHOCTVI CTpUM Yalle BO3HUKAKOT Y MONOObIX XXEeHLNH,
UeM Y XeHLUMH Boree CTapluero Bo3pacTa.

Crpuym pepko MpMBOOST K KakMM-NMOO Ccepbe3HbiM MeaMLUMHCKMM MpobnemaM, CKopee 3TO KOCMeTUdeckur aedekT.
CyliecTByeT MHOIro MeTOOOB JIeUYeHUs! CTPUIN, OOHAKO MX 3PDEKTUBHOCTD HE CIIULLKOM BbICOKA.

NccnepyeMble reHbl

ELN

KoovpyeT 6enok  TPOMO3/acTWH,  MPeAWeCcTBEHHWUK KPOBEHOCHbIX COCydax, JIerkux, Koxe, 3/1acTU4eCckoM
HEepacTBOPMMOro MONMMEPa 371aCTUHA, KOTOPbIM SIBISETCS Xpsile, CBsi3kaX, MOYeBOM ny3blpe. OnpepeneHHble
OOHWM U3 OCHOBHbIX KOMMOHEHTOB MEXK/IETOYHOro nonuMopduambl B reHe ELN cBszaHbl C HapyweHWsMU
MaTpuKca. 2MacTWH MNPUOAET TKaHAM 3M1acTUYMHOCTL U CTPYKTYPbl 1 GYHKLMIA ero 6eKoBOro npoaykTa.

YNpyrocCTtb. Haunborbliee ero KonmM4yecrso COOEPXNTCA B

3aknueHue

FeHeTUYEeCKUI aHanma NMokasarl, YTo NPOAYKLMS 3/1aCTVHa B OpraHnaMe obcrieyeMoro MOXeT GbiTb 3HaUUTENbHO
HapyLeHa. [MNoBblleH pUcK 06pPa30BaHNsA CTPUIA.



ObcnegoBaHUS

O6cnenyeMoMy BaXXKHO MepyoaMyecky caaBaTh OOLWMe aHanmabl KPOBU U Mouu, aHanuabl Ha CO3, ypoBHM caxapa U
BUTaMyHa C B KpOoBW (OCOGEHHO BaXKHO CrieauTb 3a YPOBHEM BUTaMMHa C BO BpeMsi 6epeMeHHOCTH), YPOBHU FOPMOHOB
(KOPTUKOCTEPOWOOB, MOSOBbLIX M FOPMOHOB LUMTOBUAHOM Xenesbl). [Npy 06Hapy)XeHUM PacTsKek XXenaTeslbHO
NpoBefieHVe KOMIMIEKCHOro obcnefoBaHns A1 BbISIBNIEHWUST LOMONHUTESbHBIX MPUYWH UX BO3HUKHOBEHUST®.

PekoMeHOaLMM Mo npopuiakTmke

[ns NpodUnakTUKN MOsIBNIEHUS CTPUIA 0bCnenyeMoMy BaXHO OrpaHUYUTb YyroTpebrieHne ankorons, NUTb 6osblue Boapbl.
Takke pekoMeHAyeTCst NoaAepP>XXMBaTb MOCTOSHHBIM BeC. PaumoH JomKeH cogepxaTb AOCTaToO4HOe KOMMYEeCTBO BUTaMMHA
C, BO3MOXHO ero yrnotpebneHue B ¢opMe 61mogobaBok Mpu OTCYTCTBUM MNPOTUBOMOKa3aHWM M MO COMTacoBaHMIO CO
cneupanmucTom*. ObcreayeMoMy HexenaTenbHO 3aHUMaTbCs 60aMOUNONHIOM (UTO MOXET MPUBECTU K rMNepTpodum
MbILLLY), AenaTb onepaLmm No yBeMYEHUIO rpyan U AONTOBPEMEHHO CUCTEMHO M MECTHO UCTOSb30BaTb
KopTUKOCTepounabl. [ns NpefoTBpaLLeHNs 1 NIeYeHUss CTPUA obCcrnefyeMmbii MOXET UCTMOSb30BaTb KPeMbl, Coaepallime
rManypoHOBYIO KMCIOTY, KPeMbl CriefyeT HaHOCUTb C MaccaxeM. Takke AJ1s1 yMeHbLUEHUs MPOsIBNIeHUs CTpUM
obcnenyeMbln MOXeT MCMO/b30BaTh Sla3epHYo Tepanmio. DPPeKTUBHOCTb 3aBUCUT OT BiAa NPOLIeAypbl, CTagmm CTpUn 1
TUMNa KOXW. Bo3MOXHbI MO60oYHbIe 3ddeKTbl, MO3TOMY Takue MpoLieaypbl MPOBOASTCS CTPOro nof, HabntogeHeM
crneumanmcra.



AHOpPOreHb.

AHOporeHbl - CTepovgHble T[OPMOHbI, TPAAVUMOHHO  CUYMUTAIOWMECS  MYXXCKMUMM
MOSIOBbIMXA TFOPMOHaMW. AHOPOreHbl OMNpedenstoT nonosyto audpdepeHumaumio U
QYHKUMIO TOHaL Yy MYX4YMH M OTBEYaloT 3a pas/vyHble PyHKUMM B OpraHM3Me:
YYaCTBYIOT B CO3PEBaHWM KOCTHOWM TKaHW, perynsaumm cekpeLmm roHagoTpPOrMHOB U
CMHTEe3a JnuaoB, b-aHOoopduHOB, dakTopa pocta U MHCYIMHE, O6nagatoT
aHabonMuyeckuM adbPeKTOM, perynvpyroT NMoroo M MosIOBYKO MOTEHUMIO, CTUMYIUPYIOT
OYHKUMIO CanbHbIX Xene3 M BOMOCAHbBIX GONMKYIOB. Y MYXUMH MMEHHO aHOporeHbl
o6ecneyrBaloT HOPMasbHbIM CNepMaToOreHes 1 NOTEHLMIO.

HeD,OCTaTOLIHOCTb 3TUX TOPMOHOB WM HapyweHne 4yBCTBUTESIbHOCTM K HUM MOIyT
NPUBOOAMTD K HapyWeHWO MOJSIOBOrO pPasBUTUA U CrepMaToreHesa, 3peKTUIIbHOW
oMchyHKLMKM, CO0sM B paboTe cepOeuHO-COCYOUCTOM CUCTEMbI, HapyLWeHUIO pocTa
BOJIOC M anorneumm M OpyrM HapyleHusM. [o3TOMy BaXHO 3HaHWe reHeTUYecKmX
ocobeHHoCTe MeTaboIM3Ma aHOPOreHOB.

119 Kon obcnemyemoro myexpertl



@ L‘|)/BCTBI/ITeJ'IbHOCTb K aHOpOreHam

Pe3yn bTaT reHeTn4eCKoro aHasim3a

leH Monumopdusm TleHotun YacTtoTa PesynbtaT S dPekT

MpeapacrnonoXeHHOCTb K CHXEHHOMY KOSIMYEeCTBY
AR rs2497938 C 19,5% peLernTopa 1 YMeHbLIEHIO YyBCTBUTENbHOCTU K )
aHOporeHam

OCHOBHbIM (HaKTOPOM, OMpeaensioWwmM YyBCTBUTETbHOCTb K aHApOreHaM, siBnsetcs abPeKTUBHOCTb Nepejayun curHana
NOCPeACTBOM aHaporeHoBoro peLienTtopa (AR). M3BecTHO, UTO ero adpPUHHOCTb K aKTUBHOMY MeTaboNUTy TeCTOCTEPOHA
- OUrMOpPOTECTOCTEPOHY 3HAUYUTESTBbHO Bbille, YEM K TECTOCTEPOHY.

PeLienTopbl aHOPOreHOB MMPaloT BaXKHYIO POSib B PErynsiumMM CriepMaToreHesa, W HapyleHue UX CTPYKTYPbl U GYHKLIMK
MOXET BbI3BaTb COOM B 3TOM npoLiecce. Takke OHW BaXHbI A1 HOPMaSIbHOrO POCTa W Pa3BUTUSI MPOCTaThl. B To e Bpems
rnokasaHo, YTO MonmMMopdUaMbl B reHe AR, MpUBOOSIUME K CHUDKEHUIO YYBCTBUTENIBHOCTM K aHOpOreHaM, sBrstoTCs
MPOTEKTUBHBIMW B OTHOLIEHWUM Pa3BUTUS HOBOOBPA30BaHWIN NpeAcTaTesIbHOM Xenesbl.

M3BecTHO, YTO annenu reHa AR, CBfI3aHHblE C BbICOKOM aKTMBHOCTBbIO PELIenTOpPOB, MMEKT acCoLMaLMio C PUCKOM
pasBUTWSI a5TOMNELMM MO MYXXCKOMY TUMY. XOTsi B JaHHOM Crlydae ornpenernsiollyto porb UrpaeT akTMBHOCTb APYroro 6enka
M ero reHa - crepoup-5-anbda-penykrasbl (cM. pasgen «MeTabonmam aHOpOreHoB»), TEM HE MeHee accoumaums
aKTUBHbIX annenen reHa AR ¢ anoneumen nokasaHa Ha YpoBHE MOSTHOMEHOMHOMO aHasIM3a acCoLMaLmn.

KpoMe TOoro, CHMXEHWe KONMYecTBa TECTOCTEPOHA UM YMEHbLUEHUE YYBCTBUTENIbHOCTU K HEMY MOXET MOBbILATb PUCK
pasBUTUSI CepaeYHO-COCYAMCTbIX 3abonesaHui (CC3).

NccnenyeMble reHbl

AR

KogmpyeTt aHOpPOreHoBbIN peuenTop, KOTOpbIM KenpeccrpyeTcs Y MYX4YMH B OCHOBHOM B MeYeHw,
d)aKTMl-IeCKM ABNAeTCA TPaHCKPUNMUMOHHbIM d)aKTOpOM, ANYKax, Mnpocrtarte, B MeHbllen cTeneHn - B )KMpOBOlZ
aKTBMPYEMbIM crepongHbIMU ropMOHaMn. Mocne TKaHW, KOXe, cepaue, No4vkax, B OCTallbHbIX OpraHax u
CBA3bIBaHNA C JraHOaMU aKTVIBl/IpOBaHHbIVI peuenTop TKaHSX - B HEBONbLOM UMM MUHUMAaNbHOM KONUYecCTBe.
rnepeMellaeTca B S0pO, OUMMEPU3yeTcsa U CTUMYNUpyeT Monnmopduambl reHa cBsi3aHbl C  OOMbICEHMEM MO
TPaHCKPUNLIMIO aHOpOreH3aBUCUMbIX reHos. leH MYXCKOMY  TUMY, CHWXKEHWEM  YYBCTBUTENbHOCTU K
pacnonoxeH Ha X—XpOMOCOMe, YyTo O6yCJ'IaBﬂMBaeT aHOporeHaM, a Takxe O6Hapy>KVIBaIOTC9| npn HEKOTOPbIX
CI'IeLI,VId)MHeCKoe HacnegoBaHme CBA3aHHDbIX C HUM OHKOMOMMYECcKMX 3aboreBaHUsX.

HapyLLUEeHWIA.

3aknueHue

FeHeTUYECKUIA aHanM3 BbiSBUM Y OBCIIeQyeMOoro CyleCTBEHHbIE HapYLLIEHWS SKCNPeCccMn aHOpPOreHOBOro peLenTopa,
3HAYUTESIbHO CHMXKAIOLLME YYBCTBUTENBHOCTb K aHOPOreHaM. 3HaUNTENIbHO CHVKEH PUCK PasBUTUSE HEOMS1a3Wii MPOCTaThbl
M anorneumm rno My>ckomy TUny.



ObcnegoBaHUS

B cBS3M cO CHWXEHHOW YyBCTBUTEIbHOCTBIO K aHApOreHaM obcnenyeMoMy peKOMeHOyeTCss 0OpaTUTb BHUMaHWE Ha
MNOAAEP>XaHNEe CBOEro PenpOmdyKTUBHOMO 300poBbs: 1. N36eraTb BO3AENCTBUS HEGNAronpUATHBIX YCIIOBUIN OKPYXKatoLLem
cpepbl (3arpsisHsioLLMe XMMUYECKMe BELLECTBA); XKeslaTeslbHbl Mepuogmnyeckme OeToke-npolenypsbl; 2. [JononHUTENbHbIN
rnpueM 0o6aBoK UMHKa, CeneHa, BUTaMMHOB A, E, L-aprHmnHa, L-KapHUTMHE, L-KapHO3MHa, koaH3mnMa Q10,
TMUMPPUBUHOBOM KMCNOTbI; 3. OTKas OT KypeHUsi, orpaHnYeHmne ynotpebnenus ankorons; 4. PerynspHas dusmyeckas
aKTMBHOCTb, KOTOpasi CIOCOOCTBYET BbIpaboTKe TECTOCTEPOHa; 5. NpodunakTrka 1 CBOEBPEMEHHOE SIeYeHne
MHOEKLMOHHDBIX 1 BOCMArUTENbHbIX 3aboneBaHui Modernonosow cdepsbl; 6. MNpodunakTnka 1 CBOEBPEMEHHOE IeYeHMe
SHOOKPUHHbIX HapyLieHui; 7. 3beratb TpaBMUPOBaHUSI pernponyKTUBHbIX OpraHoB; Mpy HEO6XOAMMOCTU MO MOKa3aHUsAM
cneuvianmncT MOXeT Ha3HauYUTb MedMKaMEHTO3HYO Teparnuio.

PekoMeHgaumm rno npodunakTmke

O6cnenyeMoMy pekoMeHO0BaHbI criefytoluye o6cnefoBaHUs penpoayKTUBHbBIX GYHKLMA: 1. AHanmM3 crnepMorpammbl; 2.
Mpr HEOBXOOMMOCTU — KOHTPOJb YPOBHS aHaporeHos, PCT, J1T; MNpu HeobxoammocTu — aHanm3 yposHs FCIT r
BblUMC/TIEHME YPOBHS CBOOOOHOIO TECTOCTEPOHA.



‘ MeTabosM3M aHOpPOreHoB

Pe3yn bTaT reHeTn4eCKoro aHasim3a

leH Monumopdusm leHotMn YacToTa PesynbTtaT S pekT

SRD5A2 rs523349 c/C 52% I'Ipep.pacnonoxse?:ﬁbcd::; :zsrf;b;oﬁ aKTUBHOCTU ® 6

AHOporeHbl - CcTepouaHble TOPMOHbI, TPaOULMOHHO CUMUTAIOWMECS MYXCKUMKU MOMOBbIMU FOpMOHaMU. OCHOBHbIMU
aHOporeHamMmM B OpraHMsMe  sBMASIOTCS  TECTOCTEePOH, AUrMOpPOTECTOCTEPOH, aHAPOCTEPOH,  aHOPOCTEHOMON,
pervgpoanuaHapoctepoH (OrA), OrA-cynbdat. Hanbonee 3HaunMbIM cpeay 3TVX FOPMOHOB SIBMSIETCS TECTOCTEPOH. o,
nencrterem depmeHTa crepoua-5-anbda-peaykrasbl TECTOCTEPOH TpaHChHOPMUPYeTCst B 60/ee aKTUBHbIM aHOpPOreH -
ourmppotectoctepoH (O T), KOTOpbIM MO CBOeM akTMBHOCTM B 2,5 pasa MpeBOCXOAUT TeCToCTepoH. OpHako Takke
BO3MOXHO MpeBpaLleHne TeCTOCTEPOHa W B ApYyre COedVHEHUsl, MeHee aKTMBHble, KOTopble ByOyT MMETb MOHMXKEHHY!O,
MO CPaBHEHMIO C TECTOCTEPOHOM, BUONOMMYECKYIO aKTUBHOCTb.

[MaBHbIM  MpealeCcTBEHHNKOM — aHOPOreHOB  SIB/SIETCA XONEeCTepWH, KOTOpbIM B pe3y/bsraTte  LEenoyky  peakLmn
nMpeBpallaeTCcs B MOSIOBble CTepouaHble FOPMOHbL. Takke B aHAPOreHbl CroCOOHbl KOHBEPTUPOBATbCH WM HEKOoTopble
KOPTUKOCTEepouabl (KOPTU30s, KOPTWU3OH). BUOCUHTE3 aHOpOreHOB B MYXXCKMX TMOJIOBbIX OpraHax perynvpyeTcs
JNIOTENHU3VIPYIOWMM TOPMOHOM. B cBOlO ouepedb TectocTepoH U O T no MpuHUMMIY OTpMLATENbHOM OBpaTHOW CBSI3M
CHWKaIOT MMMY/bCHbIN BbIGPOC rOHaAOTPOMNMVHOB.

Bonblwas yacTb aHgporeHoB (6onee 98%) HaxoOMTCA B CBSI3aHHOM COCTOSIHUM CO CBOMMMW MEPEeHOCYMKaMK - B MEPBYIO
oyepenb MobyNMHOM, CBS3bIBAOLWMM MNonoBble ropMoHbl (FCIIM), a Takke anbOyMMHOM, M 3Ta YacTb aHOPOreHOB SBMSIETCH
6UMONOrMYeckN HeakTUBHOW. MeTabonuavpyloTCs aHOPOreHbl [MaBHbIM OOPasoM B MEYEeHW U BbIBOOATCS C MOYOM, Mo
6orbLuer YacTn B popMe CoeMHEHUM C OCTaTKaMM CEPHOM UMK ITIFOKYPOHOBOWM KUCTOT.

HepoocTaTo4YHOCTb aHAPOreHOB MOXET MPUBOANTD K HapyleHWo paboTbl cepaeyHO-COCYaUCTOM CUCTEMDI, SPEKTUTBHOM
OUChYHKLMM, MOXET SBMATLCH OOHOW M3 MPUYMH CEHUIIBHONO OCTEeOoMNopo3a M Ap.

NccnenyeMble reHbol

SRD5A2

leH kopupyeT depMeHT cTepoua-5-anbda-penykrasy-2, OCHOBHOM B MeYeHW, NpocTaTe, amykax, MOYEeBOM Mysbipe.
yyacTBylOWMM B CTepougoreHese U npeobpasyowmn MNonuMopdHble BapuWaHTbl 3TOro reHa CB¢A3aHbl C
TecTtocTepoH B 6onee  aKTWBHbIM  aHgporeH - rvnocrnaguen, CemMerHoOM MpeapacrioNioOXEHHOCTHIO K
OVrMopOTECTOCTEPOH. SKCrpeccpyeTes B OMyXOJsIM MPOCTaTbl, OBJILICEHMEM MO MYXXCKOMY TUITY.
3aksitoyeHue

FeHeTUYECKUIN aHanmM3 BbiSBAM Yy 0B6CTIeQyeMoro NpeapacrionoXeHHOCTb K HOPMarbHOM KOHBEPCUM TECTOCTEPOHa B
OMrMOPOTECTOCTEPOH. AHOPOreHOBbIN MeTabosM3M B HOPME.



ObcnegoBaHUS

O6cnenyeMoMy [OCTaTOMHO CobntofaTh CTaHOAPTHbIE PEKOMEHOALMM MO NOAAEPXKaHMIO MY>KCKOro 34opoBbs: 1.
Cb6anaHCMpOBaHHOE MUTaHME, NMPY HEOOBXOAMMOCTU — MPUEM BUTAMUHOB M BMOO06aBOK /18 MOAAEPXKAHUST MYXKCKOrO
300pOoBbst (MO HazHaYeHWto crieumanncTa); 2. YrnotpebneHve ¢ nNuiien OoCTaTOYHOroO KONIMYeCcTBa XonecTtepyHa B
npegenax HopMbl (MpyY OTCYTCTBUW HapyLUEHWA NUNOHOMO obMeHa); 3. NopnepaHue HOpMaribHOM Macchl Tena;
[octaTouHas dpusnyeckass akTUBHOCTb.

PekoMeHgaumm rno npodunakTmke

O6cnenyeMoMy He CTOUT NpeHebperaTb CTaHOapPTHLIMU 06CNe0BaHUSMM OJ1 MOHUTOPWHIA MY)XCKOro 30opoBbst: 1.
Mepuognueckme obcnenoBaHMM B paMkax avcriaHcepusaumm; 2. Mpy nosiBneHnm xanob - KOHCYsTaummy y3Kmnx
CMNeLManmcToB (aHOpOosIora, Yposora, Kapayornora, Xvpypra v ap.). MNpy Hanuuum xanob 1 nokasaHuM BO3MOXHbI: 1.
KoHTponb ypoBHeln aHaporeHoB (obLiero TectoctepoHa 1 O T), npu Heobxoagmmoctn — OCI, JT; 2. Mpu HeobxoomMocTr
- aHanua ypoBHsi 'CII™ 1 BbluMCIEHME CBOGOOHOrO TEeCTOCTEPOHa; 3. 0 MokKasaHMsaM BO3MOXEH aHam3 CriepMorpammbl.
Y3Kne crieupmanicTbl MOryT Ha3HauYUTb OOMOSHUTENbHbIE 06CIeA0BaHMS.



MeTabo1M3M HeEMPOMEONATOPOB

MoOHOaMUHbI, TakMe Kak CePOTOHUH, A0daMUH U HOPagpeHasIvH, UrpatoT BaXHYKO posib B
perynsiLm HaCTPOEHUS U MoBeAeHWs. MOHOaMMHbI SBNSIOTCS HEMPOTPAHCMUT TepaMm U
CUHTE3VPYIOTCS B CMeUMIM3MPOBaHHbIX  HeMpoHax. CKOMeHWss CepOTOHMHOBbBIX
HEMPOHOB pacrnonaraloTcs B sgpax wea (raphe nuclei) n ctBone Mosra (brain-stem),
DO0daMMHOBbBIX B YepHOM cybCTaHUMM (substantia nigra) M BeHTpaslbHO-TerMeHTaslbHOM
30He (ventral-tegmental area, VTA) n HopagpeHanHoBble B CTBOs1e Mo3ra (brain-stem).

[encTBre 3TWX HEMPOHOB peanmM3yeTcd B CTPYKTypax Mo3ra (TMMrokKaMmm, kopa W
MMHOA/IMHBI), CBA3aHHbBIX C AMOLUMAMM U NaMsiTbio. [JodaMUH MrpaeT KIoYEeBYO posib B
npoLueccax MOTMBaLWMMW, YOOBOSBCTBUS U 3MOLMOHANbHBIX Peakumax, CepOTOHMH
rMaBHbIM OBpPa3sOM CBA3aH C COLMasbHbIM MOBedeHueM, aMoumsaMu. HopappeHanmH
y4yacTBYeT B MPOLECCaxX 3MOLWMOHANIbHOIO BO36Y)XOEHMS, arpecCMBHOCTW. BanaHc aTmx
MEeOMaTOpPOB BaXeH [O/19 MpPaBWIbHOIO COOTHOLIEHUS BO3BYXOAOWMX M TOPMO3HbIX
CeTeN, UTO HeoBXOOMMO OJ11 OBYUEeHUs, MaMATU W OPYrX KOMHUTUBHBIX QYHKLMIA.

Bonblyto ponb B MO3re Takke UrpatoT HUKOTWMHOBbIE PELIENTOpPbI, YYacTBYOLWME B
nepenayun cCcumrHanoB Mexny HelpoHaMI/I n CuUrHanoB Hel7IpOH-MbILIJe'~IHa$| KneTKa.
HenpomeomaTop, KOTOpPbIA aKTUBUPYET 3TWM pPeLenTopbl - aueTUNXO/IVH. Takke 3Tu
peLenTopbl CBSA3bIBAOTCS C 9K30reHHbIM CyOCTPaTOM - HUKOTMHOM. 3a CYeT 3TOoro
CcBOMCTBa GOPMUPYETCH HUKOTMHOBAS 3aBUCUMOCTb Y JIIOAEN, NOTPe6osAWMX HAKOTUH-
coaepxaluye nsgenust.

124 Kon obcnemyemoro myexpertl



CepOoTOHMHOBasA CUCTEMa

Pe3yn bTaT reHeTn4eCckoro aHasim3a

leH Monumopdusm MeHoTun YacToTa PesynbtaT SddekT

SHTT rs2129785, rs11867581 L/S 47%

HTR1A rs6295 c/C 27%

MAOA rs6323 T/G 17%

CHUXeEHMe IKCMpeccum TpaHcrnopTepa
o6paTHOro 3axBaTa CEPOTOHMHA

® O

MAoOTHOCTb pacrpeneneHns CepOTOHUHOBOMO
peuiertopa 1A He CHXeHa, YTo obecrieunBaeT
HOPMaribHYKO CKOPOCTb CUHAMTUYECKOM
repenaum

® O

[NoBbILWEHHbIN YPOBEHb PYHKLIMOHAIbHOM
aKTUBHOCTU pepMeHTa MOHOaMUMHOKCKMAA3b! A,
MoBbILUEeHHasi CKOPOCTb Aerpajaumm
CEepOTOHMHA, pUCK ero geduumTa

CepOTOHWH SIBNSIETCS OOHWM U3 KITIOYEBbIX HEMPOMEOMaTOPOB FONIOBHOrO Mo3ra. OH Takke BbIMOSHSeT posib FOPMOHa Ha
nepudepumn, perynvpysi CEKPETOPHYIO M MOTOPHYIO DYHKLUMIO XXeyOouYHO-KULWEYHOro TPakTa, perynvpyeT mnpoLecchl
CBEpPTbIBAEMOCTU KPOBU U [aXe BOB/EYEH B MNPOLIECChl 60NEBON YyBCTBUTEBHOCTM.

B ronoBHOM MoO3re CepOTOHVMH OTBETCTBEHEH, M[aBHbIM 06pPasoM, 3a Hal 3MOLMOHAsbHBIA CTaTyC, CoLMasibHOe
rnosegeHve. [loMMMO 3TOro, OH B3aVMMOOEWCTBYET C [OPYrMMW HeMpoMeauaTopaMy, TakuMW Kak dodaMuH U
HopagpeHanuH. HepocTaTok CepoTOHMHA - MpWYMHA anaTuiA, MOBbIWEHHOM TPEBOXHOCTM U genpeccun. B paHHOM
pasgerne Mbl PaCCMOTPUM FreHeTUYECKME BapUaHTbl B 3 OCHOBHbIX FeHaX CePOTOHMHOBOW CUCTEMDI.

NccnepnyeMble reHbl

5-HTT

KooupyeT TpaHcMeMbpaHHbI 6e/10K, KOTOpbI OTBeYaeT
32 TPaHCMOPT CEepPOTOHMHA M3 CUHAMTUYECKOW  Lienn
obpaTHO B MpPecuHanTUYecKyld TePMWHab HeMpoHa O/1s
MOBTOPHOIO MCMOMb30BaHMSA. [eneumss B NMPOMOTOPHOM
pervioHe (5-HTTLPR) npuvBOoAUT K  TPEexXKpaTHOMY
CHWXXEHMIO 3KCrpeccun reHa. UrpaeT kiloveByto ponb B
39MOLMOHANbHOM 1 NMOBEAEHYECKOW perynsiLmm.

MAOA

MoHoaMMHOOKCMAa3a A  KOOUPYET MUTOXOHOPUATIbHbBIN
depMeHT, y4yacTByOLWMIA B MPOLIECCEe OKUCIUTENbHOIO
[Ee3aMUHNPOBaHNST MOHOAMUHOB, TakMX KaK CEPOTOHMH,
HopagpeHanvH 1 godaMuH. 3aMeHa T Ha C B 8 3K30He
9TOro reHa npmMeBoOMT K MOBbILEHNO  aKTUBHOCTU
dpepMeHTa 1, cnefoBaTesbHO, YMEHBLLUEHWIO KONMMYECTBa

5HTR1A

3TOT reH KOAVPYyeT peLenTop CepoTOHWHa 1-ro Tuna.
CepoToHWMH yyacTByeT B psige  PpU3MONOornyeckmx
MPOLIECCOB M MaTONOrMYeckmx cocTosHnM. 3ameHa C Ha G
B nonoxeHun -1019 (rs6295) npmBOOUT K HapylleHUo
CBSI3blBaHWSI C TPaHCKPUMUMOHHbIM dakTopoM Deaf-1 n
CHWXKEHWMIO YPOBHSI TPaHCKpUMUMM reHa. Wa3meHeHue
MIOTHOCTU pacrpeneneHnss 3TOro peLenTopa CBA3aHO C
HapyleHMeM B 3MOLWMOHANbHOM U MOBEAEHYECKOMN
perynsiLumv.

HEeMpOTPaHCMUTTEPOB. MyTaLmmM B 3TOM reHe MOoryT

npvBecT K  Pas/ivyHbIM  MCUXO3MOLMOHASIbHBIM U
KOMHUTUBHBIM HapyLUEeHWsM, Harpumep, CUHOPOM
BpyHHepa.



3akJioueHue

Y o6cnenyemMoro BbisBEeHa NMpenpacrnonioXeHHOCTb K YyMEPEHHOMY YPOBHIO aKTUBHOCTU CEPOTOHUHOBOW CUCTEMbI. DTO
ob6ecrneymBaeT YyMEepeHHbIA YPOBEHb YCTOMYMBOCTM K MCUXO3IMOLIMOHATbHBIM HapyLeHWsM. [pUCcyTCTBYeT yMepeHHbIM
PUCK PasBUTUSI OEMPECCUMBHBIX COCTOSIHUM, BO3MOXEH MOBbILIEHHbIV YPOBEHb TPEBOXHOCTW, OCOBEHHO B YCITOBUSIX
cTpecca.

ObcnegoBaHUSA

YenatenbHO HasHa4YUTb O6C/IenyeMOMyY aHaIM3 CEPOTOHMHA B CbIBOPOTKE KpoBW*. OBcneayeMoMy xenarteneH
MOSTHOLIEHHbIM HOYHOM COH (7-8 4acoB), BaXKHO JIOXWUTbCS CNaTb B OAHO M TO Xe BpeMsl. ECim OH He MOXEeT 3acHyTb, eMy
MOXHO MOCOBETOBAaTb MPUHSATb PaccnabnsioLLyto BaHHY, BbINUTb TPaBsiHOM Yal. He pekoMeHayeTcs 6paTb ¢ cobom B
rnocresib TenedoH 1 Apyrme ragkeTbl, B CrasibHe AO/MKHO OblTb TEMHO M TUXO. Takke Npy TPYOHOCTSAX CO CHOM
obcnenyeMoMy MoryT 6biTb HasHauYeHbl BUTaMUHbI Fpynnbl B, npenapatbl MarHus, 5-HTP*.

PekoMeHaaLmm rno npodunakTmke

O6crnenyeMoMy XenaTesnbHO YBeNMUYUTb NoTpebreHne NpoaykToB, 60raTbix NpeawecTBeHHNKAMK CepOTOHMHA:
pasfnYHbIX BUOOB Cblpa, OpexoB ( MUHOAsb, Kelbto), 6060BbIX KyLTYpP (pacosib, YeuesmLa, coeBble 606bl), 6e1oro Msca
(KypuLa, KpOnuK, MHOeNKa). PeKoMeHayeTCs OrpaHUYmTb NoTpebeHne Criagkoro, YTobbl MPedoTBpaTUTb UcHepraHmne
3aracoB CepOTOHMHA B Mo3re. EMy xenaTesibHO Yalle HaxoOUTbCS Ha SIPKOM CONTHEYHOM CBETY U CBEXEM BO3ayXe. 3TO
OfVH U3 [OKa3aHHbIX CMNOCO60B YBEMUYEHNS YPOBHS CEPOTOHMHA. XKeslaTelbHO OrpaHMYnTb BO3OEUCTBME 6enoro ceeTa B
BeuepHee BpPeMsi CyTOK, B TOM UMCe OT 3KpaHa KoMMbloTepa U cMapTdoHa. ApKuii CBET MpensTCTBYeT BbipaboTke
MeslaTOHMHa - FOPMOHa CHa, YTO MellaeT BOCCTaHOBMEHWMIO MO3ra. [ecTBeHHas CTpaTerys is yBesMdeHs 3aracos
CEePOTOHMHA — GUBMYECKME YNPAKHEHWS], OCOBEHHO CUMOBbIE N MHTEPBasbHblE Harpy3ku. [BuratesibHast akTMBHOCTb
YBENMUMBAET CUHTE3 CEPOTOHMHA W YNyYllaeT HaCTpoeHMe.



Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdunsm TleHoTMn YacToTa

HodamMmHoBast cncTema

AdPekT

PesynbtaT

HopMaanaﬂ MNOTHOCTb pacnpeneneHna pedentopa

DRD2 rsi800497 G/G 65%

nodaMmHa 2-ro Tmna, YTo obecneYmBaeT YMePEHHYO
UYBCTBUTENbHOCTb KIIETKM K odPaMUHy

CHC)

CHUXeHWe 3KCMpeccumn TpaHcnopTepa o6paTHOro

DAT1 rs27072 c/T 28%

3axBaTa ,EI,OCbaMVIHa, YTO NPUBOAUNT K CHVXXEHUIO

CHS)

YPOBHSl 3TOrO HerlpoMeamaTopa

MNoBblWweHHass akTUBHOCTb d)epMeHTa KaTexon-O-

COMT rs4680 G/G 30%

MeTUTpaHchepasbl 06ecrneUnBaET yCUTIEHHYIO

© 0O

CKOpOCTb Aerpagaumm nodpaMmHa U HopagpeHanvHa

[JodaMuH, TaK Xe KakK U CEPOTOHWH, UrPaeT MHOXECTBO GYHKLMI B HalleM OpraHM3Me. B rofloBHOM MO3re OH BbIMOSHAET
porb HelrpoMeaMaTopa, B TO Xe BpeMsi Ha nepudepun AencTByeT Kak FOpMOH. B kauecTBe ropMoHa OkasblBaeT BiUsHUE
Ha MOTOPHYIO 1 CEKPETOPHYIO PYHKLIMIO XeNyAOUHO-KMILEYHOrO TpakTa, OKa3blBaeT BMAHME Ha KPOBAHOE OaBneHue.

B ronoBHOM MoO3re OH OTBEYaeT 3a Takue XapaKTepUCTUK1, KakK KOHUEeHTpauuda BHUMaHWA, pas/indvHble BUOblI MaMATU,
aHaNUTUYeCcKMe CrNOCOBHOCTU. AKTMBHOCTb ,D,Od)aMVIHOBOl‘;I CUCTEMDI UrpaeT posib B CTpeM/ieHMn K NOUCKY HOBU3HDI,
CTpeMeHnn nonyynTb Harpaay. CHWXeHMe aKTMBHOCTMU ,D.O(baMVIHOBOIZ CUCTEMbI MPUBOOUT K HeyaooBNeTBOPEHHOCTU,
CHWXKEHUIO KOMHUTUBHbBIX CrMOCOBHOCTEN, CMHOPOMY He[OoCTaTka BO3HarpaXxaeHus. B naHHoOM pa3nene Mbl pacCMOTPUM
reHeTn4yeckmMe BapumaHTbl B 3 OCHOBHbIX reHax ,D,OdJaMVIHOBOVI CNCTEMBbI.

NccnenyeMble reHbl

DRD2

KoovpyeT peuentop podamuHa 2-ro Tuna. OdodpamuH
SBNSIETCH HEeMpOMeamaTopoOM UM OCYLLECTBSeT nepefadvy
MMMYNbCOB Mexay HeMpoHaMu, yyacTsyeT B
BMOXMMMUYECKOM OBeCrneveHM MPOLIECCOB, MPOTEKAOLWMX
B LIEHTPa/lbHOM HEpBHOM CUCTEME, U PeryimpytoT Kak
6asoBble HaBblkM (MPWEM MUK, MU3BEeraHre OMacHOCTU,
MNoSoBOE MOBEAEHME), TaK U BbICLUME MO3roBble (YHKLMM
(MOTMBaUMs, obyyeHue, NaMsTb, BHMMaHKe). rs1800497 B
9HXaHCEPHOM paMioHe reHa MpPUBOOUT K  CHYDKEHUIO
3KCMpeccnn reHa.

DAT1

KogumpyeTt TpaHcrnopTep nodamMuHa, KOTOpbIM
obecrneyrBaeT ero obpaTHbIM 3axBaT U3 CUHAMTUYECKON
wenn. CHWXKEHME KONMMYeCcTBa 3TOro TpaHcrnopTepa
NMPUBOOMT K CHUKEHWMIO YPOBHSA OOdaMVHa, YTO B CBOKO
oyepedb CBSI3aHO C PUCKOM PasBUTUS MCUXUHMECKUX W
KOTHUTUBHbIX HapylleHWn. [pOMOTOPHbIA pervoH reHa
coaepXunT nonmMmopdHoe umncro (3-11 Konum) TaHaEMHbIX
noeTopoB Mo 40 MH, KONMWYECTBO KOTOPbIX BAMSET Ha
apPekTrBHOCTb TpaHcnsumm MPHK reHa.



COMT

Karexon-O-MeTunTtpaHchepasa kKaTtanusmpyeT nepepadvy naMmsaTy. Monumopduram rs4680 M3MEHseT
MEeTWIbHOW  rpynmbl € S-ageHo3WIMeTMOHa  Ha TepMOCTabunbHOCTb GepMeHTa, MPYBOAS K CHYDKEHWIO
KaTexonaMuHbl, Takue Kak AoPaMWH, HOpadpeHanuH u aKTUBHOCTK depMeHTa Ha 40% y HocuTenen A annens.

agpeHanvH. MeTunupoBaHMe 3TUX aMWHOB MPUBOAUT K
rnocnegylowen mMx Aerpagaumm, YTO UrpaeT KIoYeBylo
pOrib B MpoLieccax 3MoLmm U

3aknueHue

Y o6cne,u,yeMoro BbisAB/1IEeHa Npenpacno/ioxXeHHOCTb K CHDKEHHOM aKTUBHOCTU ,D,Od)aMVIHOBOVI CNCTEeMbl, NOBbIWEeH PUCK
Pa3BnNTUA HEOOCTaTKa BO3HarpaXXaeHus. EMy MOXET 6biTb CBOMCTBEHHO nepmogmnyeckn UCnblTbiBaTb COCTOAHME
HeyaoBneTBOPEeHHOCTU.

ObcnegoBaHUS

PekoMeHOyeTcst HasHauYeHWe obcnenyeMoMy aHanmsa Ha JodaMuH, NpY HEO6XOOMMOCTU — ero NepuoanYeckuin
KOHTpOsIb*. Takke obcrneayeMoMy pekoMeHOO0BaH MOMHOLIEHHbI COH MPOAOIIKUTENIbHOCTLIO HE MeHee 7-8 4acoB B
CYTKM. Jly4LIM OTMAYCK OJ151 HErO — B TUXOM YeOMHEHHOM MecTe Ha MPUPOAEe, MOHOTOHHbIE 3aHSATUS, 63 ragkeToB U
YMEeHbLUEeHWE MOTOoKa MHPOPMaLMK. Takke B HEKOTOPbIX MCCIIEA0BaHMSAX MOKa3aHO, YTO My3blKa YBENINYMBAET aKTUBHOCTb
obrnacren Moara, 6oraTbix OPaMUHOBLIMU HENPOHaMU. o3 TOMy ObCrefyeMOMy PEKOMEHAYETCS YAENATb BpeMsi
NOBUMON My3blKe - 3TO AACT €My BOOXHOBEHWE M MOTMBALMIO.

PekoMeHgaumm rno npodunakTrke

O6cnenyeMoMy pekoMeHayeTCs YBE/TMUYUTb NoTpebrieHne NpoaykToB, 6oraTbix NpeawecTBeHHKaMu godpamMmHa:
[06aBNTb B PaLMOH COEBbIM U3OMST, SUYHBIA 6EM0K, CMPY/IMHY (MOPOLLOK), YeyeBuLy. [JJONMONMHUTENbHO B €ro criyyae
BO3MOXHO MCMOMb30BaHME aMUHOKMCOTbI L-LODA, KoTopasi COAepXmUTCs B 606ax MyKyHbl Xryden*. Takxe
obcrnenyeMoMy MOryT GbiTb HagHa4YeHbl JOMOMHUTENbHBIA MPUEM BUTaMUHHO-MUHEPasIbHbIX KOMMIEKCOB C BUTaMUHaMM
rpynnbl B, BuTaMmHOM C, UMHKOM U MarHMeM, L-KapHO3WH, a eCliv OH MNpUOepXMBaETCa BEereTapraHcTea, TO
pekoMeHayeTCs1 AOMOMHUTENBbHO MPUHMMaTb aMUHOKUCTIOTbI TUPO3UH, deHnnanaHnH*. AapobHasi dunsnyeckas Harpyska
TaKke OygeT cnocobCcTBOBaTb akTUBaLMM AODaMMHOBOW cUCTEMbl. OOHaKo He CTOUT MepeycepacTBOBaTb — A/IUTE bHas
PusnyecKass akTUBHOCTb YBE/TMYMBAET YPOBEHDb CTPECCa U MOXET UCTOLWATb pe3epBbl godaMumHa. LocTuub
3MOLIMOHaNbHOro KoMdpopTa obcnefyeMoMy TakKe MOMOryT TEXHUKN OCO3HaAHHOCTU, MeauTaLms.



ﬁ HopapgpeHannHoBas CUCTEMaA

Pe3yn bTaT reHeTu4eCckoro aHasim3a

leH MNonumopdusm leHotun YactoTa PesynbtaT AddekT
NET 12242446 /T 55% HopMaribHbI ypOBeHb 3KCMpeccum TpaHcropTepa ® 6
° 0o6paTHOro 3axBaTa HopagpeHaHa.
YMepeHHasi MIOTHOCTb pacrpeneneHnst
ADRA2A rs1800544 c/C 54% appeHopeLiernTopa 2A, UTo 06ecrneYnBaeT CpenHIo ® o
CKOPOCTb CUHAMTUYECKOW Mepenauu.
[NoBblLLEeHHas aKTUBHOCTb dpepMeHTa kaTtexon-O-
COMT 4680 G/G 30% MeTUNTPpaHChepasbl 06eCrneUnNBaET YCUTIEHHYIO 00

CKOPOCTb Aerpagaumm gobamMmHa m
HopagpeHanmHa.

HopagpeHanuH — elle oauH 13 NpeacTaBuTeNen ceMencTBa MOHOAMMHOB, KOTOPbIM BblpabaTbiBaeTCs B MOSIOBHOM MO3re U
B KOpe Hadno4veuyHukoB. [Mepudepuyeckme OeUCTBUS HOpagpeHasvMHa B KayecTBe FOpMOHAa CBsA3aHbl C perynsumen
CepOeyHoro puUTMa W KPOBSIHOMO [OaBfeHus. HopagpeHanvH Kak HeMpomeamaTop OTBevaeT 3a 600pCTBOBaHME,
OBUraTesibHYO aKTUBHOCTb, SHEPrmio. HegocTaTok HopaapeHanmHa rMpUBOOUT K CHDKEHUIO SHEPrim, arnaTum, HapyLLEHWIO

KOHLUEeHTpaun BHNMaHUSA.

B oaHHOM paspgenie Mbl pacCMOTPUM reHeTUYeCckue BapuaHTbl B 3 OCHOBHbIX MreHax HOpa,D.peHaﬂMHOBOVI CUCTEMDI.

NccnepyeMble reHol

NET

KooypyeT peuentop podamuHa 2-ro Tuna. HdodamuH
SBNSETCH HEMPOMEOMAaTOPOM U OCYLLECTBNSET nepedadvy
MMIMY1bCOB Mexnay HeMpoHaMu, yyacTByeT B
BUOXMMMYECKOM ObecrneveHmn NMpPOoLLEeCCOB, NMPOTEKALWMX
B LIEHTPa/lbHOM HEpBHOM CUCTEME, U PEerynmpytoT Kak
6a3oBble HaBblkM (MPMEM MUK, M3BeraHne OrMacHOCTU,
MosioBoe MoBedeHME), TaK U1 BbiClMe MO3roBble QYHKLUMM
(MoTUBaUuMs, obyyeHue, NamMsaTb, BHMMaHKE). rs1800497 B
SHXaHCEPHOM paMoHe TreHa MpUBOOUT K CHUXKEHMUIO
3KCMpeccum reHa.

COMT

KaTtexon-O-MeTunTpaHchepasa KaTanmsupyeT nepepaqvy
MeTWIbHOW  rpynmbl € S-ageHO3WNIMeTMOHa  Ha
KaTexonaMuHbl, TakuMe Kak AOodaMuH, HopagpeHanvH wu
agpeHanuH. MeTunupoBaHMe 3TUX aMMHOB MPUBOAMT K
rnocrenylowen ux Aerpagaumy, UYTO UrpaeT KItoYeBYHO
porb B MPOLECCax 3MOLMN U

ADRA2A

Peuentop k apgpeHanuvHy 2A. KogupyeT peuentop K
appeHanvHy 2A, KOTOpbIA WrpaeT peLlaloLylo pornb B
perynsumm MeTabonvama HOpappeHanvHa B
afpeHeprmyecknx HempoHax LEeHTpanbHOM HepBHOM
cuctembl.  MonvMopdmaM B MPOMOTOPHOM — PErvoHe
HapywaeT CpG caWT W MNpUBOOUT K  YCUIEHWIO
3KCMpeccnm reHa W, CnegoBaTesflbHO, K  YBEIMYEHUIO
MIOTHOCTU peLenTopa.

namsaTun. Monumopdunsm rs4680 N3MeHseT
TEPMOCTabUNbHOCTb PEepMeHTa, MPMBOOSA K CHYDKEHUIO
aKTMBHOCTU dbepMeHTa Ha 40% y HocuTenen A annens.



3akJioueHue

Y obcnenyeMoro npeapacronoXeHHOCTb K YMEPEHHOMY YPOBHIO aKTUBHOCTU HOPapeHalIMHOBOM CUCTEMbI. YMepeHHas
aKTMBHOCTb HOPaApeHaTMHOBOW CUCTEMbI 06ecrneymBaeT HOPMasbHbIM YPOBEHb KOHLIEHTPaLWMM BHUMaHUS.

ObcnegoBaHUS

AHanus KpoBM Ha KaTexonaMuHbl (CEPOTOHUH, A0PaAMUH, HOPaAPEHANVH), YPOBEHb MPOaKTUHa, caxap Kposu, 25-0OH
BUTaMUH [ N [TIMKUPOBAHHbIA FeMOO6UH, FOMOLMCTENH, KarnbLyii, MarHWA, XPOM, LIMHK, Meab, GeppUTuH,
BUOXMMUYECKUI aHanmM3 KpoBU. PekoMeHooBaHa KOHCY sTaLMs HEBPOIOra, SHAOKPUHOIOTa.

PekoMeHaaLmm rno npodunakTnke

Mo NpryrHe BO3MOXHOIO HeJoCTaTKa HopaapeHanvHa, obcnenyeMoMy MOXHO PeKOMEHOOBaTb BUTaMUHbI rpynnbl B1, B2,
B6, B12, ponmeByto KMCNOTY, SKCTPaKT 3/1eyTEPOKOKKA, SIEB3eU (aaanToreHbl, y/lyylwatoT paboTocrnocobHOCTb, 0b61adatoT
TOHU3MPYIOWMM JeHcTBreM). N3beraTb nepeenaHns, 3TO BbI3blBaE€T BSIIOCTb, MPOTUBOAENCTBYS MONOXUTETbHOMY
BO3AENCTBUIO HOpaapeHanuHa. Ecnm Bbl UyBCTBYeTE BS/IOCTb M HU3KYIO KOHLIEHTPaLMIO BHUMaHWS, Ao6aBsTe yMepeHHYo
PU3MHeCcKylo aKTUBHOCTb B YTPEHHee BpeMsl, 3TO MO3BO/UT JOCTUYb OMTUMaIbHOrO YPOBHS CTpecca Asis
MPOAYKTUBHOCTW.



YyBCTBUTENBHOCTb
K HUKOTUHY

Pe3yanaT reHeTn4yeCkKoro aHas/in3da
leH Monumopdusm TeHoTMn YacTtoTa PesynbTat SddekT

CHRNAS rs1051730 G/G 38% MpenpacnonoXeHHOCTb K BbICOKOM ® 6

YyBCTBUTE/IbHOCTUN HUKOTUHOBbIX peL.ernTopoB

GSTP1 rs947894 A/A 33% I'Ipe.u.pacnonoerHOCTb K BbICOKOU CKOPOCTU @ @
[EeTOKCMKAaLMU KOMMOHEHTOB TabayHOro AbiMa

DRD2 rs1800497 G/G 65% MpenpacrofioXeHHOCTb K BbICOKOM ® @

4YyBCTBUTENIbHOCTU ,D,Od)aMMHOBbIX peuenTtopos

MpyymMHa HEraTBHOIO BAUSHUS KYPEHWs] TabauHblX U3OENWM Ha OpraHmM3aM - BeLEeCTBa, Bbloensiolpecs B npolecce
ropeHusi Tabaka. OOHOBPEMEHHO CaM HUKOTWMH B CUrapeTtax MnpuMBoOuUT K (GOPMUPOBAHUIO MCUXONTOMMYECKON U
pU3MONOrMYeckomn 3aBUCUMOCTU. HUKOTUH - ankanoun, COOepXMUTCs B pacTeHUsIX CEMENCTBA Mac/eHoBbIxX (Solanaceae),
HaMborbluas KOHLEHTpaumst 3adurKcMpoBaHa B TabauHbIX IUCTbsX. CUHTE3 BelLecTBa NPOUCXOOUT B KOPHSIX, @ HaKOMeHue
- B IUCTbsiX pacTeHus. CooepxaHue ankanouga B CyxoM Tabake coctasnseT 0,3-5%.

HUKOTVH MMeeT CPOACTBO KO BCEM TKaHsSIM YerioBeyeckoro opraHuama. OH yCBamBaeTCsl NerknMMm M3 TabauyHoro ApiMa
yepes pOTOBYIO MOMOCTb, MPWU MOMaJdaHUM Ha CIM3UCTYIO TOCTyMaeT B KpoBb. [locTyrnas B KpoBb, 6bICTpO
pacrpoCTpaHsieTcs Mo OpraHuaMy. HWKOTWH BO3OENCTBYET Ha HEPBHYIO CUCTEMY, CBSI3bIBasiCb C peLiernTopaMy B MO3re.
HVKOTUH BbICTYNaeT HEeMpPOCTUMYJISTOPOM, aKTUBMPYS crieLmduyeckme Mo3roBble 35eMeHTbl. OHW  OTBeYaloT 3a
HacTpoeHVe YenoBeka 1 ero noeeaeHYeckme peakLmm.

[eHeTuKa BNMSIET Ha CKOPOCTb MeTabonmaMma, O6eSBpe)KMBaHMF| M BblBEOEHMS KOMMOHEHTOB TabayHOro AbiMa, a TakKe Ha
CKJTOHHOCTb K 3aBNCUMOCTW.

NccnepyeMble reHbl

CHRNAS GSTP1

KooupyeT ogHy w3 CTpykTyp anbda-5-HUKOTUMHOBOro KoovpyeT depmeHT 201 ¢dasbl OETOKCUKALMKM, KOTOpPbIN
XONVHEPrnyecKoro peLenTopa, yepes KOTOpbIM NPUCOeAMHSIET MYTaTUOH K KCEHOBUOTWKaM: JIekapcTBaM,
peanusyeTcs nencreve HeMpoMmeauaTopa - TOKCUHaM, MPOAYKTaM OKUCIIUTENbHOro crpecca U T.A4.
aueTunxonuHa. Mpu KypeHun peuenTop CoeauHseTcs C YyacTByeT B [e3aKTMBaLUMW MHOMMX COedVHEHWN, B
HUKOTMHOM, YTO 3aTpyAHseT nepedadvyy HepBHOro YaCTHOCTM TeX, KOTopble ObpasyloTcs B Mpouecce
mMmnynbca.  onuMopdmamM  CBsI3aH C  pasBUTMEM TepMUYeckon  obpaboTkn.  [onMMopduaM  CHMKaeT
HVMKOTMHOBOW  3aBUCUMOCTW W MpeapacrnonaraeT K 3P PEKTVMBHOCTb AETOKCHKALMM BeLLeCTB, MOCTYNaloLWmX B
3a60neBaHUAM STerkuX. OpPraH13M M3 >XapeHOM MULLN.

DRD2

KooupyeT peuentop godpammHa D2, nokanmsosaHHbIN Ha MOOLLPEHMUS, MPWN BU3yanM3aLMM XKEAEMOro pesysbrarta,
MOBEPXHOCTU AodbaMVHIPrnyecknx  HeMpoHOB 7 NpWY OOCTUXEHUM KaKOM-NTMOO Liesn 1 Bbi3blBaeT YYBCTBO
3aMyckaloWMn - Kackag, peakuui BHYTPU KIeTKM Mop, yoosonbCTBMS.  MonuMopduam  CBs3aH C  PUCKOM

BO3OeNcTBMEM fodammHa. OH BblaenseTcs B Kad4ecTse $OPMUPOBaHMS 3aBUCMOCTEN.



3akJioueHue

[eHeTUYeCKNN aHan13 nokasarsn, uYTo Yy o6cnep,yeMoro He BbidBNeHa npenpacrnoyioXXeHHOCTb K YCUNEeHNIO HeratnBHoOro
BO3OEMCTBMSA KOMMNOHEHTOB TabayuHOro abiMa v PasBUTUIO HUKOTVMHOBOW 3aBUCMMOCTU.

ObcnegoBaHUS

Ecnn obcnenyembin KypuT, eMy He cneayeT npeHebperaTb exerogHbiMy NpodmnakTMYeckuMm obcnenoBaHUsaMm (06LWmiA
1 BUOXUMUYECKMIA aHanM3bl KpoBwW, dntooporpadusi, cimpoMeTpust). IMpu 0BHapY>XeHWN HEGNMAronpPUSTHbIX UBMEHEHWN B
aHanM3ax eMy MoryT 6biTb Ha3HauYeHbl JOMOMHUTE bHbIE 06CIef0BaHMS.

PekoMeHOaLMM Mo npopuiakTmke

HecMoTpsi Ha 611aronpUsITHbIN FeHOTUIM, ObcnenyeMoMy He CTOUT U3NULWIHE 3M0YynoTpebnsTe TabauyHbIMU M3OENUSMUA:
OBbIYHbIMWN CUrapeTaMU, 3/1EKTPOHHBIMU K GUTOCUrapeTaMm, KanbsHOM, BEWMNOM. [laxe B OTCYTCTBME reHeTUYeCKON
MpPeapacrnonoXeHHOCTU KypeHne yBeIMUYMBaeT PUCK PasBUTUS paka JIerkoro, 06CTPYKTUBHOIO CUHAPOMa, 3MPU3eMbl U
XPOHUYECKOMN OBCTPYKTUBHOM 60M1€3HM NErkux Npu KypeHmn. XopoLuew ansTepHaTVBOM paccnabneHus, ConocTaBrMoro C
KypeHMeM, sBNsoTCS AblXaTeslbHas TMMHACTMKa, TBOPYECTBO. [prn HEOBXOOMMOCT BO3MOXHbI Meprogmnyeckme Kypchbl
OUMLLEHMSI OPraHM3Ma: YUCTKa KULWEYHMKA, IMdOocaHaLms.



@ ANKOrosibHas 3aBMCMMOCTb

Pe3yn bTaT reHeTu4eCKoro aHasim3a

leH Monumopdusm TleHotnn YacToTa PesynbTat b dekT
ADH1B rs1229984 G/G 97% Beta-cybbeavHiLa depMerTa o0
ankoronbgernaporeHasbl He U3MeHeHa
o, Bbicokas nnoTHoCTb AodaMMHOBBIX penerntopoB D2
DRD2 rs1800497 G/G 65% na ® ®

M36bITouHOE MOTpebneHre ankorons SBMseTCs Cepbe3HOM MeayKO-COoLManbHOM npobnemon. MoTtpebneHue ankorons
pasnuyaeTca B pasHbiX CTpaHax. B pasBUTbIX CTpaHax arkorosiM3MOM MOXET CTpajaTb okono 3-5% B3pocsioro
HaceneHus, B BWHoOOeSbYeckuX cTpaHax (PpaHums, Utanus) aTOT nokasaTtesnb MoxeT pocturatb 8-10%. CormacHo
CTaTUCTUYECKOMY exerogHuKy Pocagpasa, B 2017 r. B Poccum 6bino 3adumkempoaHo 78179 (53,2 Ha 100000 yenosek
HaceneHus) ¢ AMarHO30M MCUXOTUYECKME PAacCTPOMCTBA, CBA3aHHbIE C YyrNOTpebneHmneM ankorons + CUHOPOM 3aBUCUMOCTU
OT ankorons. TakoBO 4MCno obcneayeMbix C BriepBble B XM3HW YCTaHOBIEHHbIM OMAarHO30M, B3ATbIX MOA, AMCTaHCEpHOoe
HabntoaeHNE MCUXOHEBPOSIOMMYECKMMN I HAPKONTOTUYECKUMU  OpraHmM3aumsiMi, O pearibHbIX LMppax MOXHO TONbKO
[lorafblBaTbCs.

MNon ankoronbHOM MNpoAyKUMEr MNOoOpasyMeBalOT HamUTKM C COAEpXaHWeM 3TUNOBOro crnmvpta bonee 0,5% obbema.
ASIKOrosb OKasblBaeT TOKCUYecKoe BO3,D,eVICTBI/Ie He TONbKO Ha neYyeHb, HO N Ha BeCb OpraHM3M B LIESIOM: yXyaulaeTcd
KPOBOCHabXeHWe MOo3ra, 3aTpyOHSIETCH YCBOEHME NMTaTENbHbIX BELLECTB, CTPaaaeT MOomKenyao4YHas Xernesa, MCCYLWaloTCs
CNM3UCTble, HapyllaeTcs paboTa MMMYHHOM CUCTEMbI, YBENTMHYMBAETCS PUCK HOBOOOPA3OBaHWMA rpyau U nuvwesogda. Puck
GOpPMMPOBaHKS anKoroNbHOW 3aBUCKMMOCTW Yy PasHbIX JIIOOEN BapbUpyeT He TOMbKO B 3aBMCKMMOCTUM OT A03bl M 4acTOTbl
YroTpebneHusi, HO U OT FeHEeTUKM.

[na HenmocpeacTBeHHOro GOpPMUPOBaHKMS e ankorosibHOM 3aBUCMMOCTU BaXKHOE 3HauYeHWe UMeeT He TOMbKO CKOPOCTb
ero MetabonmaMma, HO W (B MepByld odepenb) OCOBEHHOCTb BOCMPUSATUS OPraHM3MOM Bbloenstowerocs AodaMmHa,
KOTOpbIA CTUMYNMPYET LEHTP YOOBONbCTBUS C PasHON MHTEHCMBHOCTBIO. 3TO B HEKOTOPbIX Crydasix CriocobcTByeT
pPasBUTUIO MPUCTPACTUS K anikorosto. MoMYMO 3TOro, reHeTVKa OrnpefenisieT CKOPOCTb MpeBpaLleHnst CrivpTa B YKCYCHbIN
anbaerun, o6ycnaBnmMBaloWmMIA MHTOKCUKALMIO OpraHmMaMa U MOXMesIbHbIM CUHOPOM.

NccnenyeMble reHbl

ADH1B DRD2
KoompyeT 6eTa-cybbeayHULy ankoronbaernaporeHasbi. KooupyeT peuentop godpammHa D2, nokanm3oBaHHbIA Ha
OHa sBnseTcs depMeHTOM Tor asbl OeTOKCHKaumm MoBEPXHOCTU DopaMUHIPryeckmx HeMpoHoB 7

KCEHOBUMOTUKOB U OKWUCHSET 3TaHOM OO aueTanbaervoa.
OpPekTMBHOCTD  paboTbl  PepMeHTa  onpepenseT
UYBCTBUTENBHOCTb K asikorosto. MonmMmMopdusM cessaH C
pasBUTUEM aNIKOroSIbHOW 3aBUCKMMOCTU W afIKOrOSIbHOro
LMppO3a neyeHun.

3aryCcKaloLWMi  Kackag peakuui BHYTPWU  KIETKU rop,
BosgelicTtemeM podamMmHa. OH BblOensieTcs B KadecTse
MOOLPEHUS, MPU BUIYaNIU3aLIMM XKXENTAEMOro pesynbraTa,
MpY OOCTUXEHUM KaKOM-NTMGO LN U Bbi3blBaET YYBCTBO
yooBonbCcTBug.  MonmMMopduaM  CBF3aH C PUCKOM
dOpMUPOBaHNS  3aBUCKMMOCTEW, B TOM uUuCiie W
aNIKOrosbHOMN.



3akJioueHue

[eHeTUYeCKMIN aHaN13 BbiSBUM MOBbIWEHHYIO NMpeapacrnosioXXeHHOCTb K pa3BUTUIO a/IKOrosibHOM 3aBUCUMMOCTW.

ObcnegoBaHUS

Ob6cnenyeMOoMy XenaTesibHO NPOUTK 06CNeaoBaHVS: aHa/IM3bl Ha raMMa-MIOTaMWITPaHCNENTUAASY,
acrapTaTaMMHOTpaHcdepasy 1 anaHMHaMUHOTPaHCdepasy; KIMHUYecku aHanmsa Kposw; JIMBIM. Mpu Heo6xoaMMocTum
MOryT ObiTb PEKOMEH0BaHbI AOMONTHUTE bHbIE 06CNeaoBaHNs (aHann3 Mouu, Y3M neveHu, noyek u T.n.)* Mpwu
HEeOb6XOOMMOCTU MOXET BbiTb peKOMEHAOBaHa KOHCY/bTaLmMs MCMXonora/ncnuxoTepanesTa.

PekoMeHOaLmMM No rnpoduiakTuke

Mockonbky y obcnenyemMoro rnosbilleH prck GOpPMUPOBaHNS arTKOrosIbHOM 3aBUCUMOCTU, €My PeKOMEeHAYeTCsl OrpaHNYnTb
WY BOOBLLE UCKITIOUYUTD YNOTPeBIEHME ankorombHbIX HaNUTKOB. O6c/ielyeMoMy peKOMEHOYEeTCH HaUTW anbTepHaTUBHbIE
Ccrnocobbl paccnabnenuns: NpoCyWwmBaHME My3blKW1, MacCaX, CTOyHTEpanus, apoMaTepanusi, TBOPYECTBO; OCOBEHHO 3TO
BaXKHO MPU MOBbILEHHOM YPOBHE CTpecca. s NpoPunakTUKM HapyLweHWr paboTbl MeYeHn obcreayeMoMy BO3MOXHO
Ha3HauYeHMe aHTUOKCUAAHTOB (recrnepuamH, KBepueTuH, GnaBvumH 1 Op.). Bo3MoOXeH npueM renatonpoTeKTopoB*.



‘ ['lcnxonormnyeckme 3aBUCUMOCTU

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdusm leHoTMn YacTtoTa PesynbtaT

DRD2 rs1800497 G/G 65% npeﬂpaCHOﬂO)KeHHOCTb K BbICOKOWM

UYBCTBUTENBHOCTU AODAaMVHOBbIX PELIEnTOpoB

AdPekT

CNC)

Mcuxonornyeckas 3aBUCHMOCTb — MATONOrMYeckas MoTPe6HOCTb B PErynispHOM MOBTOPEHUN OrnpenesieHHbIX LEeUCTBUN,
KOTOpblE BbI3blBAlOT MHTEHCMBHbIE MPUATHbIE SMOLMU. [peanocbinikaMmy pasBUTUS 3aBUCMMOCTU SBMSKOTCA XPOHNYECKUIA
CTPecc, HEBO3MOXHOCTb U3MEHUTb CIIOXMBLLYHOCS HEGAronpUsTHYIO CUTYaLMIO, CoLmaribHoe adaeneHue 1 gp. OHa MoxeT
BO3HUKHYTb OT YPEe3MEepHOro YBeUYEeHUs rafpkeTaMy, LWOMMHIoM, paboToM, enon, CadKoM MuLer, TOW WM WMHOW
moeonorven, 6oloTn-NpoLenypaMu, oT ObLLEHNS C ONpeaeieHHbIM YeOBEKOM, YOTpebreHns onpeaeneHHbIX BelwecTs (B
UYaCTHOCTW, HUKOTWHA, ankoross), NpUCTPacTUs K a3apTHbIM UrpaM, COLICETSAM, KOMMbIOTEPHbIM MUrpaM, 3KCTPeMaslbHbIM

BMOaM OeATesSIbHOCTU U T.M.

Mpy 3TOM MPOUCXOOUT M3ObITOUHAs CTUMYMSLMS LIeHTPa BO3HArpPaXXAeHWst U 3aTeM pes3kui Craf BblpaboTkM godpammHa
(ropMOHa pafocTH), UTO HEraTWBHO CKasblBaeTCsl Ha paboTe HEepPBHOW CUCTEMbl W BbI3bIBAET MOTPEBHOCTb B HOBOWM
CUNBbHOW CTUMYNsiLMK. TeHeTWKa onpefdensieT BOCMpUSTUE Bbioensiowerocs godammHa UM B HEKOTOPbIX Crydasix

CI'IOCO6CTByeT MNOBbIWEHUIO Npenpacno/iIoXXeHHOCTU K pasBUTUO 3aBMCUMOCTEN.

NccnepyeMble reHbl

DRD2

KoaouvpyeT peuenTop godammHa D2, nokanmsoBaHHbIA Ha NpY AOCTUXEHUWN KaKOM-NIMOO LieNN U Bbi3bIBAET YyBCTBO
MOBEPXHOCTN  AOPaMUHEPrMYEecKUX  HEMPOHOB W yooBonbCTBUS.  MonuMopdmsM  cBsizaH C  PUCKOM
3aMycKaloLWmMi - Kackag peakumi BHYTPU KIETKM  mopg, $OPMUPOBaHMS 3aBUCKMOCTEN.

Bo3gencTemeM godammHa. OH BbioenseTcsa B KayecTse
MOOLLPEHUS, NP BU3YaNM3aLMM XKENAEMOro pesyssTaTa,

3aknueHue

[eHeTVYecKMIN aHanM3 BbiSBAT Yy o6cr|e,u,yeMoro BbICOKYIO YYyBCTBUTEJIbHOCTb D.Od)aMVIHOBbIX peLenTopoB. He BbisBreHa

CKJTOHHOCTb K BO3HWKHOBEHMIO MCUXOOMMYECKX 3aBUCUMOCTEN OT A3apPTHbIX N KOMMbIOTEPHbIX UMP, UHTEPHETa,

coLceTen, 9KCTpeMalbHbIX BUOOB OeATe/IbHOCTU U OP.



ObcnegoBaHUS

HeobxoamMMocTb AOMOHUTENIBHOIO CTUMYNIMPOBaHUS MOSMIOXUTENBHOIO HAaCTPOEHUS MOXET 6bITb Bbi3BaHa Takke c60aMU
B paboTe 3HOOKPUHHOW CUCTEMbI M FOPMOHasIbHbIM AMcHanaHcoM. MoaToMy MOryT 6biTb MOSIE3HbI KOHCY ETaLUMs
3SHIOOKPUHOIOra 1 NpoBepka y 06c/iefyeMoro YpoBHEN TOPMOHOB MMMoTanamyca, rmnodmsa, WMTOBUOHOM Xenesb,
MOMOBbIX FOPMOHOB*. B criydae, eciiv 3aBUCMMOCTb BCE-TakKM BO3HUKITA, PEKOMEHOYETCA KOHCY/BTaLWMS MCUXoora®,

PekoMeHOaLMM Mo npopuiakTmke

O6cnenyeMoMy JOCTaTOYHO He 3/10yrnoTpebnsTh NPOAyKTaMK, AeSTENIbHOCTBIO UMW SIBMEHUSIMU, KOTOPbIe MOTYT Bbi3BaTb
HeraTuMBHOE MpUCTpacTme (YrnoTpebreHne ankoross, KypeHue, yBreuyeHne asapTHbIMU UrpaMu, COLICETSMM U Ap.),
KOHTPOSIMPOBaThb CBOE MULLEBOE NoBefdeHue. s NonyYeHns yOoBOIbCTBUS MOXHO NMOPEKOMEHA0BaTb €My MeauTaLmu,
MPOoCyLMBaHME MOBUMON My3bIKW, ayONOKHUI UMW MPOCMOTP UHTEPECHbBIX GUTbMOB, MacCaxm, Cra-npoLeaypbl.
BrnaronpusiTHo oby4yeHre YeMy-TO HOBOMY, pacCLUMPEHME KPYro30pa, BeAeHWe OHEBHWKa OOCTMXeHM. ObcrnenyeMomy
crefyeT NMOMHUTb, YTO UpPE3MepPHOe YBreYEeHNe YeM-NMbo 1 GOPMUPOBaHME 3aBUCMMOCTM BO3MOXHO AaXe Mpu
6NaronpusTHOM reHoTUMNe, HO B €ro Crlydae OCO3HaHHbIM BbIGOP B MONb3y OTKasa OT cobrasHoOB caenatb ferye.



CHMXeHMne KOrHUTUBHDbIX
crnocobHocTen

C BO3paCcTOM MpaKTUYECKM Yy BCEX JIIOOEN HAOMOOAETCA HE3HAUUTENIbHOE CHIDKEHME
MO3HaBaTesNIbHbIX CMNOCOBHOCTEN, MaMATU U KOHLEHTPpauMM BHMMaHUsS. Bo3pacTHble
M3MEHeHUs1 OOYyC/IOB/ieHbl 3aMeJIeHeM OOMEHHbIX MPOLECCOB U CTPYKTYPHbIMU
M3MEHEeHUSIMN B KIIE€TKaX MO3ra, TakUMK KaK Harnume HempopuopuUiisipHbIX CrieTeHWN,
CEHWITbHbIX BsWeK 1 OPYrvX MOpPaXeHUA. B KOHEYHOM cYeTe 3TU M3MEHEHMUS MPUBOOAT
K CHWXEHMIO CUHAaMTUYECKOW U HEMPOHANbHOM MMACTUYHOCTK, YTO BfieYeT 3a Ccobomn
CHWXKEHME KOFHUTMBHbBIX CMOCOBHOCTEN.

Cpeaun CTPYKTYp, OTBETCTBEHHbIX 33 HalUM KOTHUTMBHbBIE CMOCOBOHOCTW, TaBHYIO POsib
BbIMOSIHAET (POHTa/IbHAs kopa WM runnokamrn. @OpoHTanbHas kopa -  [T1aBHbIN
MHTErpaUMOHHbIN LIEHTP Halero Mos3ra, MMEHHO OHa OTBe4YaeT 3a Hawy pabouyo
MamsTb, KOHLEHTPALMIO BHUMaHWSA, aHanUTUYECKMEe CNOCOBHOCTU. [MNnokamn oTBeYaeT
33 Haly MPOCTPaAHCTBEHHYIO MaMsTb, OBydyeHMe U ydacTBYeT B GOPMUPOBaHUA
OONITOCPOYHOM NaMATW. 3ybuaTasl U3BUIMHA MMMMoKaMra sIBSIETCA OOHOM U3 HEMHOMMX
CTPYKTYP B HaleM Mo3re, roe npoAO/PKAeTCA CO3haHMe HOBbIX HEMPOHOB Ha
MPOTSXEHUN BCeM >XU3HW. OpHako Y OOHUX JIIOOEeN CHWDKEHWE  KOMHUTUBHDBIX
CrNOCOBHOCTEN C BO3PACTOM CHWKaETCsl, BMIOTb A0 BblPaXXEHHbIX HapyLUEeHWA. [eHeTuKa
B 3HAYUTENIbHOW CTEMEHU OMPEenenaeT PUCKN CHUXKEHUS KOMHUTUBHBIX CMOCOBHOCTEN C
BO3PacTOM.

B HalleM oTuyeTe Mbl pacCMOTPUM MOIMMOPGU3MbI ABYX FEHOB, UMPatOLLMX BaXKHYHO POsib
B OBGMEHHbIX MpoLeccax M HEeMpOMMacTUYHOCTK Hawero Mosra. leH APOE kogupyeTt
6enoK, Perynvpyromi ImnmaHblii o6MeH B Hawem Mo3are. eH HempoTpodUYeckoro
dakTopa Moszra (BDNF) wurpaeT BaXHylO pOJb CUHAMTUYECKOWM W  HEMPOHaSIbHOM
MIaCTUYHOCTK, a Takke B CO3O3aHMM HOBbIX HEWPOHOB B 3yO4yaTOM U3BWIMHE
rmnnokamna. MonMMopdmambl B 3TUX MreHax NMPUBOOAT K CHMKEHUIO X aKTUBHOCTU, UTO
B/IMSIET Ha PUCK BO3PACTHbIX M3MEHEHUIN KOMHUTUBHbBIX CMTOCOBHOCTEWN.

137 Kon obcnemyemoro myexpertl



bonesHb Anburemmepa

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdpusm MeHotMn YacrtoTta PesynbtaT SddekT
APOE r5429358 I'S7412 E3/E3 65% OTCYTCTByeT npenpacrioyioXXeHHOCTb K @ @

’ HakorueHnto JIMNHIM B KpoOBEHOCHOM pycrie
CETP r55882 G/A 42% I'Ipe,u,pacnonoerHOCTb K yBEIMYEHNIO CKOPOCTU @ @

nepeHoca xonectepuHa 13 J1MBIM B JIMHI

BonesHb AnburerMepa (BA) (G30 comacHo MKB-10) - HeusneuyrMoe pereHepaTMBHOe 3abonieBaHue LIEHTParibHOM
HEPBHOW CUCTEMBbI, XapaKTepU3YoLLeecs: HapyLWeHNEM KOMHUTMBHbIX GyHKUMI. ObLuemMmpoBas 3abonesaeMocTb Ha 2010 .
oueHuBanach B 35,6 MiH Yenosek, K 2030 r. o nporHo3aM yBenuuutcsa o 65,7 mnH, a k 2050 r. - go 115,4 MnH.

BA pasBvBaeTCA B OCHOBHOM B MOXW/IOM BO3pacTe, SBNSSCb OOHOM M3 GOpM OeMeHUMn: okono 43% O605bHbIX MMeoT
BO3pacT oT 75 mo 85 neT. XXeHwuHbl 3a6oneBatoT 4ale Myx4umH (72% Bcex obcnemyeMbix ¢ BA - XeHckoro nona).
OpoHOM 13 Hambornee >XM3HECNOCOBHbIX WM Ha CEerofHsIHWA OeHb OOLLeNnpUHSTHIX MMNoTe3 pasBuUTUS GonesHu
ArnbUrerMepa CUMTaETCs «aMUIOMAHAs MMoTe3a», COMTIAacHO KOTOPOWM [MaBHOWM MPUYMHOM HerpoaereHepaTyBHOIMO
rnpoLecca SBMSIeTCA HapylleHne MeTabonuama 6ernka-npenwecrtBeHHWKka amunovpa (APP). KnioueBbiM 3BEHOM B 3TOM
Kackage sBNseTcsi O6pa3oBaHME U OT/IOKEHWE aMUNOMOHbIX Onsiwek B rapeHxume Mosra. Euwe ogHMM MexaHW3MOoM
natoreHesa BA cuuTaloT m3bbiTouHOE dochopunmpoBaHne Tay-benka (OTHocswerocs kK rpynne MAP-6enkos,
aCCOLMMPOBaHHBIX C MUKPOTPYOOUYKaMUK), B pe3ysistaTe Yero OH MepecTaeT B3auMOLEMCTBOBaTb C MUKPOTPYOOUKaMu W
obpasyeT KybkM B HeMpoHax, 3TO, B CBOO O4vepedb, BeOeT K MOoBpexAeHwto nocnegHmx. Hacnepoyemoctb BA 6bina
onpefeneHa Ha ypoBHe 58-79% (cormacHO 6nM3HELOBbIM UCCNefoBaHWUSM); MO OPYrMM HaHHbIM, BKaQ, FeHeTUKU
cocTaBnsieT nopsiaka 33%. Ha cerogHsWwWHMIA oeHb BbisieneHo 6oree 20 OCHOBHbIX JTOKYCOB, CBA3aHHbIX C PUCKOM PasBUTUS
BA.

NccnenyeMble reHbl

APOE

KooupyeT anonunonpotevH E, Bxogswui B cOCTaB
XUTOMUKPOHOB W JIMMOMPOTEMHOB  O4Y€Hb  HU3KOW
MIOTHOCTW. MakcuManbHas 3Kcrnpeccuss 3TOro  reHa
HabnopaeTcs B nevyeHu, TaKxke B roukax,
HaOMOYEYHMKaX, >XMPOBOM TKaHW, Cefle3eHKe, Moare.
Benok yvactByeT B OOMeHe nNMNMOOB B KPOBM U
xornecrepuvHa B Mosre. Havbonee uacto wmccnepytoT 2
nonMMopduaMa, coveTaHe KOTopbix obycraenmsBaeT 3
dopmbl Genka: E2, E3 (Hopma) m E4. BapuwaHT E4
OKasblBaeT HamMbOoNblWUM BKMah B PUCK BO3HUKHOBEHWS
BA, ero uacrota BapbupyeT oT 10 go 20% B 3aBUCKMOCTU
oT nonynauun.  Hanunume annend E2, HanpoTus,
3HaUUTESNIbHO CHUXXaEeT BEPOATHOCTb pa3suTus BA.

CETP

KogupyeT TpaHcropTep (6enok-nepeHocymk) 3a¢pupoB
XONIeCTEPUHa, KOTOPbIN obecrneymBaeT nepeHoc 3¢u1poB
xonectepmHa u3  JIMBI  (NMMNONPOTEVHOB  BbICOKOM
MAOTHOCTY) B ApYyrve JMMonpoOTEeWHbl, TakmMM ObpasoM
yBenuymBas ypOBEHb JINH. MakcumanbHO
3KCMpeccrpyeTcsl B Cefle3eHKe, XXMPOBOM  TKaHW,
nmMbaTnyeckmx ysnax, riadeHte, nedyeHn. OguH K3
MONMMOPPHbBIX BapMaHTOB reHa MPUBOOUT K CHUDKEHUIO
aKTWMBHOCTM ©Genka, YTO CrocOOCTBYET  YYy4YLEHUIO
NUNWUOHOrO CreKTpa KPOBW M OKasblBaeT MPOTEKTUBHbIN
3dpdeKkT MpoTMB CepaeUYHO-COCYAMCTbIX 3aboneBaHun n
BA (XOTs ero Bknag He SBNSeTCS ornpeaenstowmm).

3akJiroyeHmne

leHeTUYeCKUA aHanmM3 nokasar, YTo Yy obcnedyemMoro BbisSBAEH HU3KUA PUCK PasBUTUS 6one3Hn ArbLirermepa.



ObcnegoBaHUS

ObcnenyeMoMy He CToUT nMpeHebperatb NpodUNakTUYecKMy 06CeaoBaHUSAMIM, CTOUT NPOBEPSTh TUMUAHbBIN CNEeKTP
KPOBW, B YaCTHOCTU, YPOBEHb OBLLEro xonecrepuHa, xonecrepuHa JIBIM n ocoberHo JTTHIM*. Mprn HeobxoonMocTu emy
MOryT 6biTb Ha3Ha4YeHbl AOMNONHUTENbHbIE 06cnenoaHus (MPT, KT, M3T)*. Ocoboe BHVMMaHWe 06CnefoBaHUSM CTOUT

yOoensitb No JocTkeHun 60-65 net 1 6onee*.

PekoMeHOaLmMM No npopuiakTmke

He BbisiBNeH puck passuTusi BA, obcnenyeMoMy He pekoMeHOyeTCs 3/10yrnoTpebnsTh NPOAYKTaMU C BbICOKUM
copepKaHMEM XOrecTepuHa 1 TPaHCKMPOB. st JONTOBPEMEHHOrO CoXpaHeHUs GyHKLMIA Mo3sra 6r1iaronpusiTHa
cpeav3eMHOMOopCKas ANeTa, MOXHO [OGaBNSTb B MULLY KypKyMUH*. O6cnenyeMoMy He criefyeT 3abbiBaTb O PerynsipHbIX
YMCTBEHHbIX YMPaXHEHUsIX (peLleHre pebycoB, NorMyeckmx 3adad 1 T.M.) U HEOBXOOMMOM KONMYECTBe CHa ANsl

BOCCTaHOB/1€HNSA MO3ra.



CHMXEHMNE KOMrHUTUBHbIX
CrNOCOBHOCTEN C BO3PACTOM

Pe3yn bTaT reHeTnu4eCKoro aHasin3a

leH Monumopdusm MeHotMn YacrtoTta PesynbTaTt 3ddekT
° CHMXeHHas GyHKLMOHaIbHas akTUBHOCTb

BDNF rs6265 c/m 33% HempoTpodmyeckoro ¢pakTopa Mo3ra ® O

APOE rs7412, rs420358 E3/E3 65% OTCyTCTBYET NMPEAPacnoNio)XeHHOCTb K ® @

HakorneHuto JIMNHIN B KpOBEHOCHOM pycrie

C BO3pacTOM MpaKTUYeCKM Yy BCex NtoOen HabniogaeTcss He3HauUTeNbHOe CHUMXKEHME MO3HaBaTeslbHbIX CrOCOBHOCTEN,
MamMsaTU U KOHLEHTPaUMM BHWMaHUS. Bo3pacTHble WM3MeHeHUs OBYCIOBMeHbl 3aMe/leHMeM OBMEHHbIX MPOLECCOB U
CTPYKTYPHBIMU U3MEHEHUAMW B KNETKax MO3ra, TakMMU KakK Hauume HenpodUOpUNNSpHbIX CrETEeHWUM, CeHUMbHBIX
6naweK M Opyrux MnopaxeHur. B KOHeYHOM cueTe 3TU W3MEHEHUS MPUBOOSAT K CHWDKEHMIO CUHAMTUYECKOM W
HeMpOHanbHOM MIACTUYHOCTH, YTO BlieYeT 3a COBOM CHMXKEHWE KOTHUTMBHBIX CMTIOCOBHOCTEWN.

Cpefun CTPYKTYp, OTBETCTBEHHbIX 3@ HalUM KOrHUTUBHbIE CMOCOBHOCTU [MaBHYIO POsib BbIMOSHAET GpoHTanbHas Kopa w
rynnokamn. MpoHTarbHas Kopa — [T1aBHbIM WMHTErPaLMOHHBIM LIEHTP Hallero Mosra, MMEHHO OHa OTBeYaeT 3a Hally
pabouyto MaMsiTb, KOHLIEHTPALMIO  BHWMaHWS, aHalUTUYeckue CrocoBHOCTU. [Mnnokammn  OoTBe4YaeT 3a  Hawy
MPOCTPAHCTBEHHYIO MaMsATb, OOyyeHue U ydacTByeT B (PpOPMUPOBaHWM LONFOCPOYHOM MaMsATU. 3ybuyaTtas M3BUIMHA
rUnnokamna ABIseTCs OOHOM U3 HEMHOIMMX CTPYKTYP B HalleM Mo3re, roe NpOAO/KAeTCH CO3LaHMe HOBbIX HEMPOHOB Ha
MPOTSHKEHNMN BCEN XXUSHW.

OOHaKo Yy OOHUX JIIOOEN CHWDKEHWE KOMHUTUBHbBIX CMOCOBHOCTEN C BO3PacTOM CBOAMTCS K MUHMMYMY, B TO XX€ caMoe
BpeMs Opyrme OeMOHCTPUPYIOT BbIPaXEeHHble HapylweHusl. eHeTVKa B 3HauYuTesIbHOM CTerneHW ornpenensieT Pucku
CHWKEHUS KOTHUTUBHBIX CMIOCOBHOCTEN C BO3PaCcTOM.

B HaweM oTueTe Mbl pacCCMOTPUM FreHeTUYeCKMe BapUaHTbl ABYX MEHOB, UMPaloLLyX BaXKHYO POSib B OOMEHHbIX MpoLieccax
M HEMPOMTaCTUYHOCTM Hallero Moara.

leH APOE, koompyeT 6eoK, perynmpyoLwWwmii IUnnaHbI OOMEH B HalleM Mo3re, reH HeMpoTpoduyeckoro dakTopa Mosra
(BDNF) vrpaeT BaxKHYtO pOsib CUHANMTUYECKON M HEMPOHaNIbHOM MNIaCTUYHOCTY, B CO30aHUM HOBbIX HEMPOHOB B 3y64aToM
M3BUIMHE rMnnokammna. MNonmMMopdHble 3aMeHbl B 3TUX MreHax NPUBOASAT K CHUXXEHUIO MX aKTUBHOCTW, YTO BMSIET Ha HalUM
BO3PaCTHbIE U3MEHEHUS KOTHUTWBHBIX CMOCOBHOCTEMN.

NccnepyeMble reHbl

BDNF APOE

KooupyeT 6enoK, KOTOpbIA ydacTByeT B Mpouecce AMonNMnonpoTenH MnasMbl KPOBW BXOOUT B COCTaB XMITOM
pasBUTUS  HEMPOHOB,  CMOCOGCTBYSI  BbDKMBaHMIO U M KPOHOB U JUMOMPOTEMHOB OYEHb HW3KOW MJIOTHOCTW.
ombdepeHumaLmm  HEMPOHOB — nepudepuyeckorn  u OovH M3 BaXHeWWMxX  arnobesikoB,  YYacCTBYHOLMIA

LIeHTpa/ilbHOM HEepBHOW CUCTEM. YJacTByeT B aKCOHO- M
OeHOpuToreHese, perynmpyeT CMHanTUYecKylo nepenadvy
curHana.  BoeneyeH B mpouecchl  HeMpOHanbHOM
MNacCTUYHOCTU U UrpaeT K/OYEBYO pOfb B MpoLeccax
0BYy4YeHUs 1 NaMsATU.

HEe3aBMCMMO B OOMeHe /MNUOOB B KPOBWM, C OOHOM
CTOpOHbl U B OBMeHe XxofiecTepyHa B Mo3re (U B
HEeKOTOpbIX APYrMX opraHax) — cC gpyron. Perynupyet
OBMeHHble MpoLecchl B Mo3re. MrpaeT KItoYeBYyO posib B
npoLeccax oby4eHus 1 MamsTu.



3akJioueHue

Y O6C}'Ie,EI,YEMOFO BblisB/1IeHa NpeapacrnonoXeHHOCTb K NoBbIlWEHHOMY YPOBHIO HeﬁpOHaanoH MNAacTUYHOCTU. ITO
obecrieyumBaeT NOBbILLEHHbIM YpPOBEHb KOrHUTUBHbIX CMOCOBHOCTEeN 1 3aMeJIeHne NX CHDKEHUS C BO3PaCTOM.

ObcnegoBaHUS

O6cnenyeMoMy MOryT 6bITb MOME3Hbl MPOPUIaKTUYECKMe obcnefoBaHus, HaNMpUMeEp aHanua nMnuaorpaMmbl*. MNpm
HEeobXoOMMOCTM €My MOrYT ObITb HagHaYeHbl OOMONHUTENbHbIE 0bcnenoBaHus (33, MPT, KT, M3T). Ocoboe BHUMaHWe
06CcnefoBaHUsM CTOUT YOENsTb Mo AOCTUXeHUn 60-65 net u 6onee*.

PekoMeHOaLmMmM No npopuiakTmke

O6cnenyeMoMy CTOUT OCBOUTb MHEMOTEXHUKM. YCMELWHOCTb 3arnoMVHaHWsI B 3HaUUTENbHOM CTEMEHN 3aBUCUT OT
CMbIC/IOBbIX CBSI3E MeX Ay 3/IeMEeHTaMK 3aroMMHAEMOro MaTepuasa 1 ornocpeoBaHuUs 3anoMUHaeMon MHbopMaLumn. Ons
3aMOMWHaHWsSi MOXHO MCKaTb accoLMaLmn C TEM, YUTO OH YXe 3HaeT, nepepabaTbiBaTb HOBYIO MHGOPMaLIMIO: pUCOBaTb
CXeMbl, MepeckasblBaTb APYriM ftoasM. MOXHO MCMOb30BaTb MEHTasbHble KapTbl. [JJaHHasi TEXHWUKa NO3BONsieT
3adUKCUPOBATD, MOHSTb 1 3aNMOMHUTb COAEPXaHNE KHUM UK TEKCTa, CreHepUPOBaTb U 3anucaTb MAOeW, pasobpaTbes B
HOBOW /151 cebsi TeMe, NoaroTOBUTLCS K MPUHATUIO peLleHus. Takke obcrnenyeMoMy CTOUT OTPEryIMpoBaTb PEXMM OHS:
HEeJOCTaToK CHa, OTCYTCTBUE PErynsiPHbIX GUBNUECKUX Harpy30K, N3ObITOK CTPECCOB KpaHe HEeraTWMBHO CKasblBaloTCs Ha
MaMsTV, BHUMaHNM, CKOPOCTU MbILLIEHNS 1 APYrX BaXHbIX MCUXMYECKMX npoLieccax. [ns nomyyYeHns JOCTOBEPHbIX
pe3ynsTaToB Ntobble METOANKM PEKOMEHIYETCS MPOXOOMTb MO KOHTPOJSIEM MCKXOsora.



3akJiroyeHme

Mbl XO0TenM 6bl MOAYEPKHYTb, YTO OTYET HOCUT MHPOPMALMOHHDIM XapakTep. HecMoTps
Ha TO, UTO BCSA MHOOPMaLMA B JaHHOM OTYeTe 6a3mpyeTcs Ha Hay4YHbIX MCCNefoBaHNsX,
3TV OaHHble He OOJTKHbl MCMOJIb30BaTbCA CMNEUMariMCTOM WM OpyrMy Nuamm ons
ONarHOCTUKM 3a00/1I€BaHMIN U TEKYLLErO COCTOSIHUS 300POBbS.

Ha ocHoBe [HK-aHanusa MOXHO penaTb BbiBOO O FEHETUYECKUM OOYC/TOBEHHbBIX
OCOBEHHOCTAX OpraHM3Ma 1 HAMBUAYanbHbIX 3)hEKTOB CpeaoBbIX BO3AEUCTBUN. [pun
3TOM, BIMSHWE BHELWHUX GaKTOPOB, TakMX KaK cpena, NMpUOBPETEHHbIE XPOHUYECKME
3aboneBaHVs, B OJAHHOM OTYeTe y4yecCTb HEBO3MOXHO. MHTeprnpeTaumio pesynsratoB
aHanmM3a pekoMeHOOBaHO MPOBOAUTb C YYETOM aHaMHe3a U TeKyLero COCTOSHUS
300pOBbsi 06C/IEeAYEMOrO.

>Kenaem BaM 1 BalMM O6Cﬂe,D,yeMbIM 300p0OBbA N 6narononqu9|!
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