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‘ Kak paboTaTb C OTYETOM

= NakTasHas HEAOCTATOYHOCTE | HasBaHve npu3Haka
PEIYTINTAT MexETULBCHOND 3HaH33 PesynbsraT reHeTMYeckoro aHanmsa —
L T R B - BKJIOYaeT MHPOPMaLMIO 06 aHaIM3MpyeMbIX

e e ot

reHax, BCTpe4aeMoCTU 1 UX addekTe Ha NpUsHaK

2w

OnmcaHve npursHaka — dusmonornyeckas
W anvaeMuonormyeckast MHbopmaLmst o npusHake

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

= T LT T

Kop, obcrnenyemMoro — yHUKanbHbIM
voeHTUdMKaTop obcrenyemMoro

3ak/toYeHre — KIoUYEeBON BbIBO, MO NPU3HaKky,

—— MOMyYaeMbiil Ha OCHOBE PEe3Y/IETaTOB aHaNM30B
Vo S ki PErdA T T O RO T e D e T T TG e e T el el 1 i D
LT W A R e D TTOA BT BT e e MCC}-lenyeMblx reHOB I-IpM3HaKa
OficnenoeaHa
ObcnenoBaHUs — CrMCOK M 060CHOBaHME

esmrreres. s ST ] revpTr— s o4 e - S

. pPekoMeHOO0BaHHbIX obcnenoBaHWM ans
YTOYHEeHUA OuarHo3a

ProoMEnALINMK N0 Mo ke PekoMeHaaumm no npodunakTyke — Crmcok

it s VHOVBUAYaNbHbIX PEKOMEHAOBAHHbIX MEP, HarpaBIeHHbIX
Ha NpodunNakTUKy 3aboneBaHUM UM MeTabonm4eckmx
HapyLUeHWIA

T ﬁ.ﬁ:ﬁr‘-rw-'\-" r W"-

FieaHTapHA CNEWHAnsCTa

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

8 Kon o6cnepyemoro WOTEST3



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 o6cnepyemoro WOTEST3



‘ CaxapHblt gnabeT 2-ro tmna

Pe3yn bTaT reHeTnu4eCkKoro aHasim3a

leH Monumopdusm MeHoTMN YacToTa PesynbtaT AddekT

MpeapacrnonoXeHHOCTb K HapyLIEHMIO
TCF7L2 rs12255372 G 39% cospeBaHus 6eTa KIeToK U npoLiecca ® 6

p p
ceKpeLmmn MHCYMHa
MpenpacronoXeHHOCTb K BbICOKOM

PPARG rs1805192 c/C 69% CKOPOCTU POCTa XMPOBbIX K/IETOK 1 6 6

Pa3BUTUIO MHCY/IMHOPE3UCTEHTHOCTM

MoBblLEHHbIN PUCK pa3BUTUA AnabeTa B
FTO rs9939609 A/A 20% CBSI3U C BbICOKMM PUCKOM pas3BUTUS 6 6
OXMpPeEHUs:

GLUT2 (5400 c/c 75% He BbisiBfieHa MpeapacronoXeHHOCTb K ® 0

HapyLlWeHNIO TpaHCMNopTa MOKO3bl

CaxapHbit aabeT 2-ro Tuna (CO2) - xpoHudeckoe MeTabonnyeckoe 3aboneBaHme, ObyCroBIeHHOe HegOCTaTOuHOCTBIO
BbIpabOTKM WHCY/IMHA MOMKENYOOYHON Xenesom unm HeaddEeKTUBHbIM ero UCMONb30BaHMEM, YTO COMPOBOXAAETCS
MOBbILLEHMEM YPOBHSI caxapa B KPOBMU.

Mo paHHbIM Ha 2017 rog, 3aboneBaeMOCTb CaxapHbiM OMabeToM 2-ro Tuna B Mupe - 425 MH yenoBek (MO OaHHbIM
MexayHapogHon depepaumm avabeta (IDF)), B Poccumn - 4,15 MnH yenosek (Mo AdaHHbIM (PepepasbHOro perncrpa
caxapHoro guabeta (PPC)).

CO2 MoxeT ObITb OBYCNoOBEH Kak CpefoBbiMW, TaK U reHeTudeckummn dakrtopamu. CylecTBylOT MOHOreHHble GOpMbl
omabeta (MODY-gmabeTbl), ogHako B 6OMbWMHCTBE CrlydaeB pUCK OBYCIaBIMBaeTCs 6ornee CroXHbIM B3aMMOLAENCTBMEM
reHeTUYeCcKMX GaKToOpOB pUCKa N paLMoHa NUTaHUS. Ha cerogHsIWHWMA OeHb BbisiBrieHo 6ornee 80 reHoB, NonmMMopdr3Mbl
KOTOpPbIX B OONblUEN UMM MEHbLUEN CTEMeHW BAUSIOT Ha npegpacrnonoXeHHocTb Kk CO2. YacTb 13 HWMX (HanpuMmep,
TCF7L2, PAX4, SLC30A8) cBs3aHbl ¢ AnddPepeHUMPOBKOM UMM OYHKUMOHUPOBaHMEM B-KneTok nomkenyaoyHom
Xernesbl, YacTb — C TPaHCMOPTOM U/ MEeTaboNM3MOM YITIEBOAOB, B YaCTHOCTU mtoko3bl (GLUT2), HekoTopble UMeloT
6onee cUCTEMHOE OENCTBME WM CBA3aHbl B MepBYyd odepedb C HabOpOM XMPOBOM MacChl M PasBUTUEM COMYTCTBYOLEN
MHCynHopesucTeHTHocT 1 CO2 (FTO, PPARG). B obluem, Hacnenyemoctb CO2 coctaensieT ot 30 no 70%.

NccnepnyeMble reHbl

PPARG

KooupyeT ramma-penenTop nponudepaLmm nepokCHCoM,
KOTOpPbIA B OCHOBHOM MPOOYLIMPYETCS B XXMPOBOW TKaHMW.
OcHoBHOWM GYHKLUMEN 3TOro Genka SBAsSeTCs aKTMBaLMS
reHOoB, CBSI3aHHbIX c aKKyMynsumen Xupa,
IMODEPEHLMPOBKON  K/IETOK  XXMPOBOM  TKaHW U
MnobractoB. UrpaeT BaxHylO posnb B POPMUMPOBaHUM
UYBCTBUTENIBHOCTU  Pas/IMYHbIX  TKaHeW K WHCYSIUHY.
MonuMopdHas 3aMeHa B 3TOM reHe OnaronpusitTHa U
cBsizaHa C 6oree  BbICOKOM YyBCTBUTENBHOCTbIO K
VHCYNUHY U CHXKEHWEM pucka passutna CO2.

GLUT2

KooupyeTt 6enok - rMepeHocUnK ITHOKO3bl,
OCYLLECTBMSIOWMA NEPEHOC TIIOKO3bl Yepe3 KIIeTOUHYIO
MeM6paHy nocpencTBoM obneryeHHon ondodysmm BHYTPb
KIeToK, TakMM 0Opas3oM CriocobCTBys MOAAEPXKaHWIO
roMeocTasa MtoKO3bl. MakcUManbHO 3KCrpeccupyeTcsi B
rMeyeHw, a TakkKe B [OBEH3aOUATUMNEPCTHOM KULIKE U
TOHKOM KuLIEeYHVKe. NonrMopdumaM B 3TOM reHe CBsi3aH
CO CHWXKEHMEM CKOPOCTW TpaHCropTa [IHOKO3bl W
MoBbILEHNEM pucka pa3suTmnsg CO2.



TCF7L2

KoouvpyeT  TPaHCKPUMUMOHHbIM — daKTop,  MrpatoLmii
KIOYEBYIO ponb B WNT-curHanbHom nyTw.
SKenpeccupyeTcs B Pas/IMYHOW CTeMeHU MpakTUYecKu
noeceMecTHO B opraHuame. TCF7L2 HemnocpencTBeHHO

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

KWCMOT, OCYLIECTBASIOWMX  PErYISTOPHYIO  QYHKLUMIO.
Benok BblpabaTtbiBaeTCA B 6OOMblIEN WM MEHbLUEN

yyacTByeT B onddepeHUMpoBKe B-kneTok
MomKeNy[oYHOM xXenesbl (MPoayLMPYIOWMX UHCYNNH), W,
KpOMe TOro, B3alMOOEWCTBYeT C MeHOM MPOMtoKaroHa,
UTO onpepenseT WMHOYUMPYEMYIO [TIHOKO30M CeKpeLmto
MHCynuHa.  MonuMopdmamM B 3TOM  reHe  BHOCUT
CyllecTBeHHbIN Bknag B passutre CO2 M accoummpoBaH
CO 3HaYUTE/IbHbIM MOBbILLEHNEM PUCKa Pa3BUTUS AaHHOMO
3aboneBaHus.

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 MOBbIWWEH PUCK Pa3BUTUA CaxapHOro onabeTta 2-ro Tuna.

O6cnenoBaHUSA

O6cnenyeMoMy pekoMeHa0BaHbl perynsipHbiv (1 pa3 B 3-6 MecsiueB) KOHTPO/b YPOBHS MHCYNIMHA, ITIHOKO3b,
TIMKO3UIMPOBAaHHOMO reMOorTI0bMHa B KPOBW, MPOBeAEHME TeCTa Ha TONEePaHTHOCTb K TIOKO3e U perysisipHble
KOHCYNbTaLMM 3HAOKPUHOMNOra, OCOBeHHO Mo AocTmxkeHun 40 neT. PekoMeHOooBaHa NpoBepKa YPOBHSI TaypuHa B nasMe
KpoBW. Takke pekoMeHO0BaH KOHTPOsIb Macchl Tena obcrienyeMoro.

PekoMeHOaLmMmM No rnpopuniakTmke

Mockonbky y obcnenyemMoro BbisiB/IeHbl FeHETUYECKME PUCKU HApYLLEHUST CEKPELMN UHCYNIMHA M Habopa U36bITOYHOIO
BeCa C BO3MOXHOCTbIO PasBUTUS COMYTCTBYIOLWEro AMabeTa, pekoMeHooBaHa KOPPEKLUMUS paLyoHa NuTaHus. Heobxoommo
CYLLECTBEHHOE OrpaHUYEHME UMW UCKITIOYEHKME U3 paLlmoHa BbICTPOYCBOSIEMbIX YITIEBOOOB (B MEPBYIO odepenb caxapa).
Bonee TouHble pekoMeHaaLuKM NpuvBeAeHbl B paspenax «YimeBogpl», «Caxap» 1 «PpyKTozsa» MoTPebuTenbCkom Bepcum
otyeTa. [JonyCTMMO 1CMOsb30BaHWE HaTyparibHbIX Caxapo3aMeHUTenen: cTeBnn, apuTpuTona (HeMHoro). Mpum
Ha3HaYEeHUM MULLEBbIX BOIOKOH crieflyeT MOMHUTb, YTO MpW HaNnnYumm nonmmMopdHoOM annenm, a Tem 6onee roMosmroTbl Nno
reHy TCF7L2, yBenuuyeHue 0onm kneTyaTku B paumoHe ManoaddeKTUBHO, B TO BpeMs Kak nonmMopdmam reHa FTO
SBnseTCs 6MaronpusTHbIM GaKTOPOM /151 YBESTUYEHUS KOTMYECTBa KIIeTUYaTKM B paumoHe. [ns CHUXKEHWs 1 nogaepXaHus
Beca BO3MOXHO cobrtoaeHme 6enkoBor ameTbl. Takke obcrneayeMoMy pekoMeHaoBaHa perynspHas dunsmnyeckas
aKTUBHOCTb B 3aBUCMMOCTU OT pUCKa PasBUTUS apTeEPUarIbHON MMNepTeH3u U MacChl Tena B COOTBETCTBUM C
pekoMeHOaumsMmn pasaena «CnopT». Bo3aMOXHO HasHaveHne MeTPOopMUHA, MPUEM MHMMOUTOPOB anbda-MoKo3mMaa3bl
(akapb03bl 1 Op.) MO MokasaHUIo crneuyanmcTa. BosMoxeH nprem TaypuHa 1M MHO3UTONa B KavecTBe BA*.



& TpaHCNopT Kanus
B B-kneTkax

Pesyn bTaT reHeTn4eCKoro aHasim3a

leH Monumopdusm  MeHoTUn YacToTa PesynbtaT b dekT

MpenpacnonoXeHHOCTb K M3MEHEHHOM
KCNJ11 rs5219 G/A 50% paboTe ATMD-3aBMCUMbIX KaSIMEBbIX KaHaIoB ® O

B 6eTa-kneTkax HO,D,)l(eﬂy,D,O\JHOVI XXenesbl

[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

MeHeTUYeCKUA aHanM3 nokasas, YTo obcrneayeMbiv NMPeapacrnonoXeH K M3aMeHeHHOW paboTe ATMD-3aBUCUMbIX KarlMeBbIX
KaHanoB B 6eTa-KneTKax NomKenynoYHOM xenesbl. YMEepeHHO MOBbILLEH PUCK PasBUTUS CaxapHOro AnabeTa 2-ro Tuna no
OAHHOMY MEXaHW3MY.



ObcnegoBaHUS

O6cnenyeMoMy pekoMeHOyeTCs pa3 B rof, MpoxoamTb npodunakTuyieckme obcnenoBaHms (0CO6GEHHO 3TO BaXHO 1S
nogew ctapwe 60 neT): coaBaTb ObWMe aHanM3bl KPOBU UM MOYM, aHa/IM3bl HA YPOBHW MHOKO3bl, MHCYNMHA, C-nenTtuaa,
$PpyKTO3aMMHA U TTIMKMPOBAHHOIO reMOITIObMHA B KPOBUW, aHANM3 Ha OOLUMM XONEeCTepUH. Takxke XenaTesibHO
OTCNEXUBaTb YPOBEHb apTepuaribHOro AaBneHus. O3HaKOMBTECh Takxke C pe3yfisTaTaMu M peKoMeHaaums M1 pasaena
«CaxapHbI1 OpabeT 2-ro Tuna» OaHHOro oT4yeTa.

PekoMeHgaumm rno npodunakTmke

L8 npodunakTrkmM caxapHoro auabeTa 2-ro Turna obcnenyeMoMy pekoMeHayeTcsl MUTaTbCa pasHoO6pasHo, Mo
BO3MOXHOCTM OrPaHMUUMBast KONMYECTBO XMPOB (MPexXae BCEro XXMBOTHOMO MPOUCXOXAEHWS) U NErkOyCBOSIEMbIX
YIMeBoOoB. B KauecTBe MCTOYHWKOB YITIEBOAOB XeaTeslbHO OTAaBaTb MPEeArnoYTEeHME OBOLLaM, LiefTbHO3EPHOBbLIM U
MOJTOYHbBIM MPOAyKTaM. Mpy HaMMYMK U3BLITOYHOM MacChl Tena WU OXUPEeHUst 0bCreyeMOMy PeKOMeHayeTcs
YMEHbLUMTb KalIOPUMHOCTb PaLMOHa, OOHAKO CriefyeT MOMHUTb, YTO pe3kue OrpaHUYeHUst B MUTaHUU 1 ronogaHue MoryT
HeraTWBHO CKa3aTbCsl Ha COCTOSIHUM opraHuaMa. ObcrnenyeMoMy XenaTesbHbl perynsipHble asapobHble dusmyeckme
Harpysky He MeHee 3 pa3 B Hefento (COOTBETCTBYIOLWME pEKOMEeHOALMM NpeacTaBneHbl B pasgenax «Pusmyeckas
AKTUBHOCTb /191 CHUDKEHUS BeCa» 1 «Pusmdeckast akTUBHOCTb /15 MOAAep)KaHUS 300POBbsi» MOTPEBUTENbCKOM BEPCUN
oTyeTa). Takke eMy peKOMeHAYyeTCs OrpaHNYUTb YNOTpebreHre ankoronsa 1M OTKa3aTbCs OT KypeHUs.



@ OPPEKTUBHOCTDb
HM3KOYrNMeBoOgHOM ONETDI

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdpusm MeHoTMN YacTtoTa PesynbraTt

SddekT

MpenpacronoXeHHOCTb K HapYLLIEHNIO
co3peBaHusi 6eTa-KeToK 1 npoLecca
CeKpeLmn UHCYMHa.

TCF7L2 rs12255372 G/T 39%

@ O

MpenpacrnonoXeHHOCTb K MMMepriimKeMmm
75% 13-3a U36bITOYHOIO NOTPEBIEHNS caxapa
MasioBeposiTHa, HopMasibHas
YYBCTBUTENBHOCTb K ClIaaKOMy

GLUT2 rs5400 c/C

© O

MpenpacrnonoXeHHOCTb K CHUXEHMIO
aKTMBaLMK MIMKOreHOIM3a B OTBET Ha
yBenMueHe ypoBHs afpeHanvHa

ADRB2 rsl042714 C/G 51%

® O

VimeBodbl ABMSKOTCS OCHOBHBIM «BbICTPbIM» UCTOYHWKOM 3HEPIrUW OJ19 OpraHn3Ma. 3Ta aHeprus obpasyeTcsl B pesynsrate
TIMKONM3a - GEepPMEHTATMBHOMO MpoLiecca MocnenoBaTeNlbHOro pacllensieHns MIOKO3bl B KNETKaX, COMpPOBOXAAOLLErOCs
CUHTE30M AT®D. B aspobHbIX YCNOBUSX OBpasylolascs B pesysbrate [aHHOro Mpouecca MMpOoBMHOMPagHas KucrioTa
(MpyBaT) fanee AekapboKCUMpyeTcs, coeauHsaeTcs ¢ kodpepMeHTOM A 1 BoBnekaeTcs B UMK Kpebca, a B aHaapo6HbIX
YCMOBUSIX WUIIX MPU TUMOKCUM MpeTeprieBaeT dasbHENIME MPeBPaLLeHNss B Xoae OpoXeHWUs ¢ 06pasoBaHMEM MOSTOYHOM
KUCNOThI (NakTaTa). He ncrnonb3yemas opraHM3MoM [T1I0KO33a, B CBOKO odepedb, 3arnacaeTcs (B 6O/blUMX KOMYecTBax — B
rMeyYeHU 1 MbIleYHON TKaHK) B dopMe MMKOoreHa — Nonmcaxapmaa, COCTOSALErO U3 OCTaTKOB ITIHOKO3bI.

Mpy ManonoaBMXXHOM OBpase XW3HW YITeBOAbl MPeobpasyloTCs B XMPOBbIE OTIIOXEHMSI.

HuskoyrneBogHas aveTa NpeanonaraeT CHYDKEHWE AONW NOTPebseMblX KpaxManmncTbiX YITIEBOOOB UM CaxapoB B PaLMOHE.
VimeBodbl KOMMEHCUPYIOTCS YBENTMYEHUEM [OSIN XUPOB U OCOBEHHO 6enkoB. Db EKTUBHOCTb HU3KOYITIEBOAHOM AMEThI
CBsi3aHa B MepPBYO ovepeb C reHeTUYECKM OBYCIOBIEHHOM CKOPOCTbIO TPaAHCMOPTa W pacrafa YeBoaoB B OpraH13Me.

CnepyeT MOMHUTb, YTO Ntobast AMeTa AN CHUXKEHWSI Beca AOMKHA ObiTb MMNOKaNopUIMHON M codeTaTbCst C GU3NYECKUMU
Harpyskamu.

NccnepyeMble reHbl

TCF7L2
KogmpyeT  TPaHCKPUMUMOHHBIM — GakTop,  UrpatoLmin
KtOYEeBYyO porb B WNT-curHanbHom nyTwW.

SKCrpeccmpyeTcss B Pas/IMYHOM CTEMeHW MpakTUYecKm
NoBCeEMeCTHO B opraHmame. TCF7L2 HenocpeacTBeHHO
yyacTyeT B onddepeHLmMpoBKe B-kneTok
MoOKENyooYHOM Xenesbl (MpoayuUMpYOLMX UHCYWH) U,
KpOMe TOro, B3aUMOLEMNCTBYET C IeHOM MpOMtoKaroHa,
UTO onpenenseT WHOYUMPYEMYKO [IHOKO30M CEeKpPEeLMIO
MHCynuHa. lMonumopdmamM B 3TOM reHe CBsi3aH C
HapyLlWweHWeM YTUIM3auuu [TIoKO3bl, PUCKOM  Pas3BUTUS
caxapHoro pguabeta 2-ro TUNa W HEOBXOOMMOCTHIO
rMMNOTNKEMUYECKON HN3KOYITIEBOAHOM OMNETDI.

GLUT2

KoovipyeT 6enok - nepeHOCYMK TIHOKO3bl,
OCYLLECTB/SIOLMA MEPEHOC TIHOKO3bl Yepes KIEeTOYHYHO
MeM6paHy nocpencTBoM obrneryeHHon ondodysnm BHYTPb
KNeToK, TakMM 06pa3oM CrocobCTBys MoadepXKaHWio
roMeocTasa MoKO3bl. MakcuManbHO 3KCrpeccupyeTcsi B
neyeHy, a Takke OBEHaALATUNEPCTHOM KULWKE N TOHKOM
KMweyHuke. MonMMopdraM B 3TOM reHe CBsi3aH CO
CHWKEHMEM  CKOPOCTM  TpaHCrnopTa  MIOKO3bl U,
COOTBETCTBEHHO, MeHbLLEN 3P PEKTUBHOCTBIO
HW3KOYITIEBOOHOM OMETbI MO CPaBHEHMIO C HOPMOMW.



ADRB2

KopupyeT 6eTa-2-agpeHeprimyeckui peLenTop - MOHHbIN
6enkoBbIM  KaHa/m  UMTOMNasMaTuyYeckon  MeMbpaHbl
KNeTKY, UMEWMM BbICOKYKD CTeMneHb CPOACTBa K
agpeHarvMHy U obecrneymBaloliMi  MOBbILEHVE UK
CHWXEeHVe MeTabonmMyeckon akTUBHOCTU MHHEPBUPYEMOM
TKaHM WK opraHa. AkTuBaumss ADRB2 Bbi3blBaeT
yBENIMYEHNE UHTEHCMBHOCTU [TIMKOreHonmsa. B reHe

u3yyeHbl aOBa nonumopdmama: Glyl16Arg (cBssaH C
cepoeyHbiM  BbIBpOCOM B MOKOE,  MOBbILEHHOMN
OpoHxoounaTaumMen UM BbIHOCIIMBOCTBIO) U GIN27Glu
(cBF3aH C OXMPEHWEeM U [TIMKOreHOIM30M, pacragoM
ITMKOreHa npu GUsnYeckon akTmeHocTW). Annenb 27Glu
(G) cBsizaHa C M3MeHeHVeM peLenTopa M 3aMefJIeHHbIM
pacnagoM muKoreHa.

Hanbonee

3akiroyeHmne

leHeTUYeckU aHanms rnokasar, YTo 3hPeKTUBHOCTb HU3KOYITIEBOAHOM OMETbI /1S O6C/IeyeMoro MOXeT ObiTb cpeaHen,
rMpyv 3TOM He UCKITIOYAETCS e€e Mosb3a A1 NPOPUIakTUKN 3aboneBaHMIA.

ObcnegoBaHUS

O6cnenyeMoMy MOXET 6bITb MoNe3eH KOHTPOSb YPOBHS MHCYIIMHA, MHOKO3bl, MUKO3UITMPOBAaHHOMO reMoroblHa B KPOBY,
MpW PasBUTUM HapYLUEHMIM FOMEOCTa3a MoKO3bl BO3MOXHO MpPOBeAeHMe TeCTa Ha TONePaHTHOCTb K [THOKO3e, Mpu
HEOB6XOAMMOCTU — KOHCY/BTaLMM 3HOOKPUHOMOra. PekoMeHooBaHa NpoBepKa YPOBHS TaypuHa B rnasme Kposu. Mo
OOCTUXeHUM obcnenyeMbiM 60 NeT 06CenoBaTbCs XeaTeslbHO Ha PerynsapHoOi ocHoBe*. Takke O3HaKOMBTECh C
pekoMeHOaumaMun pasnena «CaxapHblii OMabeT 2-ro Tvna» M MeToauMyeckMmn peKoMeHaLMSIMI.

PekoMeHOaLUmm no npodunakTmke

[ns cHUXKeHWsi Beca obcneyeMoMy BO3MOXHO HasHauYeHMe HU3KOYITIEBOOHOM AMeTbl (Korda KOMMYECTBO NoTpebseMbix
YITEBOLOB, B MEPBYIO O4depedb J1IErkOyCBOSIEMbIX, MEHbLLIE CpefHEeN PEKOMEHOYEMOM CYTOUYHOM HOPMbI (MOOPOBHbIE
pekoMeHOaLmMK Mo YImeBonaM B paLmoHe npuBeneHbl B pasaene «YimeBodbl» U OpYrvX pasaenax 6noka «YmeBoaHbiiA
0bMeH» NOoTPebUTENbCKON Bepcum oT4yeTa)*. OnHaKO TakkKe MOXHO PacCMOTPETb BapUaHTbl HU3KOXMPOBOM U
BbICOKOOETKOBOM AMET (MOApOOHbIE pekoOMeHOALMM MO PaLMOHy NMTaHWS AaHbl B pasgenax «Kupbl» 1 «benkm»
MoTPeBbUTENBbCKOM BEPCUMM OTYETa). BakHO MOMHUTD, YTO Ntobas ameTa apdeKTVBHA TONMbKO B COMETaHUM C PU3NYECKOM
aKTUBHOCTbBIO (MOAPOOHbIE pekoMeHaaLMM NpuBeaeHbl B pasaenax «Pusnyeckas akTUBHOCTb /151 CHUXKEHUSI BECax» U
«Pu3nyeckas akTUBHOCTb /151 MOAAEPXKAHUS 300POBbs» NOTPEOUTENBCKON BepcUM OoT4YeTa). [py HOpMarnbHOM reHoTUne
TCF7L2 BktoueHME B PaLMOH MULLEBBIX BOSTOKOH (KNETYaTKM) MOXET 6biTb 3G PEKTUBHBIM L1 YTYYLIEHWS MApPaMeTPOB
ITIIOKO3bl B KPOBU (CM. MeToaMYeckne pekoMeHdaumm 1 pasaen «luweBble BONMOKHa» MOTPebUTENbCKOM BEPCUM OTHETa)* .
MpW HU3KOYITIEBOOHOM OMETE BaXHO MOTPEONsATb JOCTaTOUHOE KONMMYEeCTBO Boabl (0koso 1,5-2 nuTpoB B AeHb npu
HOPMarnbHOM QYHKLIMOHWMPOBaHUN MoYek)*. HeobxoamMMo NOMHUTL, YTO MOMHbIM OTKa3 OT YITeBOAOB Ha AJINTeNIbHOe
BPEMSI MOXET MPUBECTU K HeXenaTeslbHbIM MoC/IeACTBUAM*.



% [ NTnKauus

Pe3yn bTaT reHeTnu4eCkKoro aHasim3a

leH Monumopdusm FeHoTUn YacToTa PesynbTat SddekT

o MpenpacrnonoXeHHOCTb K HOpMasibHOMY
AGER EESTE S G/G 90% dyHKUMOHMpOBaHMio pelernropa 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

[ns Toro 4Tobbl YypoBEHb KOHEUHbIX MPOAYKTOB MMKALMM OCTaBasicsl B Npeaeniax HopMbl, MOXHO OrpaHUYUTb
yrnoTpebrieHne nNuwm, B KOTOPOM OHU COOEPXATCs B GO/MbLLIOM KONMYECTBe (B MEpPBYIO ovepeb MSICHble MPOayKTbl U
KypuLly, ClIMBOYHOE Macro U CIIMBOYHbIN Cbip, MaOHE3, MaprapuH). Tak)ke MOXHO OTKa3aTbCsl OT Caxapo3aMeHUTeNnen Ha
OCHOBE GpPYKTO3bl, OrPaHNYUTb YroTpebneHne kope (0COH6EHHO MPU HU3KOW CKOPOCTU paboTbl GEPMEHTOB,
MeTabonuampyowmx KopeunH, cM. pasgen «MetabonmaM kodperHa» JAaHHOrO OTYeTa) U MUTb BOorblue 3e/1EHOrO Yasi.
OnHOBpPEMEHHO XXenaTeslbHO FOTOBUTbL MULLY Mpu 6oree HU3KMX TeMnepaTypax, MyTeM Bapku, TYLLEHUS 1 Ha napy,
MCMOb30BaTb 6onee KOPOTKOe BPEMsI FOTOBKWU. He peKoMeHAyeTCst eCTb MULLY, NMPUrOTOBIEHHYIO Ha rpune, XXapeHHYo
Ha ckoBopoge. NMpu NPUroTOBNEHNN MSACHOM MULLM XXeNaTenbHO UCMOMb30BaTb MapyHafbl, YKCYC, IMMOHHbIN COK, a Takxe
crneummn: UMBKpb, MBO3AMKY, MaopaH, PO3MapUH U 3CTParoH. PUCK pasBUTUSI CBA3aHHBIX C MOBbILLEHHOW TMKaLMeNn
OCIOXHEHWM MOBbILLAETCH NpU KypeHun. BraronpusitHbl perynsipHas ¢usmnyeckast akTMBHOCTb (3 pasa B HeZesnto U1 value),
NoALep>XXaHWe HOpMaribHOro 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 o6cnepyemoro WOTEST3
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ATepockepos

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTn YacToTa PesynbtaT AddPekT

OTCyTCTBYET NPENPaCcrioNOXEHHOCTb K
APOE rs429358, rs7412 E3/E3 65% Hakonnenuto JIMHIM B KpOBEHOCHOM @® @
pycne

Hpeﬂ.paCI'IOJ'IO)KeHHOCTb K BbICOKOW

CETP rs5882 A/A 46% CKOPOCTU MepeHoca XonecTepnHa 13 6 6
J1NBM s JIMNHM
MTHER rs1801133 c/c 41% MpenpacronoXeHHOCTb K CHKXEHHOMY ® o

YPOBHIO rOMOLUUNCTENHA B KpOBU

MPenpacronoXeHHOCTb K CHUXEHMIO
FADS1 rs174547 T/C 43% cKopocTn MeTabonnsma omera-3 ® 6
XMPHBIX KNCMOT

MpenpacronoXeHHOCTb K YBENMUEHNIO
APOAS5 rs964184 C/G 26% YPOBHS TPUMINLEPUOOB B KDOBU U ® O
nepexoay vx B JIMHI

Atepocknepos (170 no MKB-10) - nopaxeHue apTepun (nepudepuyeckux, MoYeydHblX, cepaeyHbiX U Ap.) B pesyrsrare
OT/IOXEHUSA Ha MX CTEHKax JIMNAoB (B NeEpBYO odepefp XOnecrtepuHa). B HacTosiuee BpeMs CylwecTBylOT ABe Beaylipe
TEeopUN PasBUTUSI aTEPOCKIIEPO3a: TEOPUSI OTBETA Ha MOBPEXAEHME N TEoPUs INMUOHON MHOUIBTPaLMM CTEHOK COCYOB.
B nto6om cryyae gaHHasi MaTosorvst pasBMBaeTCs M3-3a HapyLWeHUs NMMNMOHOro o6MeHa 1 NINMoNpoOTENOHOrO roOMeoCTasa,
BC/IEACTBME YEro XONeCTepUH U HeKoTopble dpakLMM NIUMONPOTENOOB OTKIIaAbIBAlOTCA B MPOCBETE COCydoB B dopme
aTepoCKNepoOTNYECKMX BNsWeK, YTO Bbi3blBaET Cy>KEHUE MPOCBETa COCYAOB U HapyLUeHWEe KPOBOCHAbXEHUS OpraHuM3Ma.
3TO BeOeT K psigy cepaevHo-cocyaomcTbix 3aboneBaHu (CC3), B MepByto odvepefb K MaTonorvsM nepudepmryeckmx
apTepuii, rUNepTeH3uK, UILEMUYECKON 60Ne3HU cepAaLa, MWeMUYeckoMy MHCynsty. CnenyeT OTMeTUTb, YTo Ha 2015 .
CC3 cTamm npu4mMHOM NpakTudeckn 15 MUNNMOHOB cMepTel B MUpe (4TO cocTaBnseT > 25% Bcex NieTanbHbIX MCXOO0B), a
K 2030 r., no gaHHbIM BO3, exerogHas MmpoBast cMepTHOCTb OoT CC3 cocTtaBuT 23,6 MJTH YenoBekK.

ATepockepo3 BCTpeYaeTCd Y MYXXYMH B 2-3 pasa 4Yawe, YeM Yy XeHWWH, N pa3BMBaeTCA 3HayYUTesIbHO paHblle, 4TO
MOXET OODbACHATLCH «3alUMTHbIM» OEUCTBUEM XKEHCKUX MOOBbIX FOPMOHOB; B MOCTKIIMMaKTEPUYECKOM Mnepumoae aTa
«3alnTa» CrraXXMBaeTCA.

HecMoTps Ha TO, UTO CBSi3aHHble C MPenpacrnofOXEHHOCTBIO K aTepockieposy anneny obbscHaioT Ao 30% Bapuaumm
HacneflyeMoCTW, HEKOTOpble FeHeTUYecKMe BapWaHTbl BHOCSAT CyLLEeCTBEHHbIA BK/a[ B PUCK PasBUTUS aTepock/ieposa.
Hanbonee cyluecTBeHHb! MOMMMOPGU3MbI B reHaX arnosmnornpoTENHOB, HEKOTOPbIX PELIENTOPOB, a Takke B APYrUX reHax,
CBSI3aHHbIX C TPAHCMOPTOM 1 METaBOoMM3MOM JIUMUOOB.



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 NOBbILLEHHOM ypoBHE xornectepuHa JTTHIM HeobxoayMa NoHvKatkoLWwas ero Tepanus (CMm.

pekoMeHpaLmm B pasgene «XonectepuH JITHM»).



PekoMeHOaLmMM Mo npopuiakTmke

HecMoTpsi Ha CHWXKEHHbIN PUCK PasBUTUS aTepPOCKIepo3a, obcrefyeMOMy HE CTOUT MPEBbILLATbL PEKOMEHYEMYIO HOPMY
noTpebneHnst xonecrtepuHa (MoapOOHbIE PEKOMEHOALMN MOXHO HalTV B pasfene «XonecTepuHy» NoTpebuTebCKom
BEpCUM OT4YeTa). He pekoMeHayeTCs NpeBbillaTh HOPMbI MOTPEBNEHUS XXMPOB (HaCbILLEHHbBIX M XXMPOB PacT.
MPOVICXOXAEHMS) He CTONT 3HaUUTEsTbHO MPEBbILLATb HOPMbI MOTPEBEHUS XMPOB, YKa3aHHble B pasgene «Kupbl»
NOTPEOUTENbCKOM BEPCUN OTYET], XXenaTeNlbHO OrpaHUYUTb NMOoTpebneHne HachILEHHDBIX XXMPOB (COOTBETCTBYOLLME
pekoMeHOaLMKM NMPUCYTCTBYIOT B pasfene «HacbileHHbIe XMpbl» MOTPebUTENbCKOM BEPCUM OTYETa). Takke
pekoMeHayeTCs He 3M10yrnoTPebnsATb TpaHOKMpaMK. BnaronpusteH gononHuUTenbHbIM NpmueM oMera-3 MNMHXK, ocobeHHo
Mpy X HegocTaTke B pauyoHe (MogpobHble pekoMeHdaumm AaHbl B pasgene «Omera-3/Omera-6» OaHHOro oTyeTa).
TaKkKe CHDKEHMIO pUCKa PasBUTUS aTepOoCKiepo3a CrnocobCTByeT perynsapHasa duanyeckas akTMBHOCTb. Takke obpatute
BHVMaHVeE Ha pekoMeHOaumm B pasgenax «XonecrepuH JTHIM» 1 «XonectepuH JTBlM».



%‘5% YpoBeHb NMNMMNONPOTENHOB
BbICOKOW MJIOTHOCTU

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopdunsm MeHoTun YacToTa PesynbtaT SddPekT

MpenpacronoXeHHOCTb K BbICOKOM
CETP rs5882 A/A 46% CKOPOCTU NMepeHoca XonecTepuHa ns 6 6
J1NBri s JIMHM

OTCyTCTBYET NPENPaCcroNOXEHHOCTb K
APOE rs429358, rs7412 E3/E3 65% Hakonnenuto JIMHI B KpOBEHOCHOM @ @
pycne

MpenpacrnonoXeHHOCTb K CHKEHMIO
FADS1 rs174547 T/C 43% ckopocTu MeTabornmMamMa omera-3 ® O

XKUPHbIX KNCOT

MpenpacrnonioXeHHOCTb K YBEMYEHNIO
APOAS5 rs964184 C/G 26% YPOBHS TPUMIMLEPUOOB B KPOBU U UX ® 6
nepexopny B JIMHI, cHvxeruto JTTBIM

JlnnonpoTeunHbl Bbicokor nnoTtHocTn (JTMBI) cuHTe3MpytoTca B NeYeHW. B Havane oHu uMeloT MpeacTaBnsioT u3 cebs
ONCKKW, HO B KPOBW, 3axBaTbiBasi XONECTEPUH, MpurobpeTaloT chepudeckyto GopMy. XOnecTtepuH pacrnoraraeTcs Ha
MOBEPXHOCTU SMMonpoTenHa BMecTe ¢ dochonmnmpamn. OoHako Mocne ero npespalleHuns B adup (nog AencTBUEM
NeunTUHXONecTeprHaumMnTpaHcdepasbl) OH Gnarogapsi BbICOKOM MMOpPOdOBHOCTN MPOHUKAET BHYTPb YacTuubl. TakuM
06pas3oM 136bITOK CBOOGOAHOIO XOIECTEPUHA YOANSETCS U3 KPOBSIHOMO pycria.

YpoBseHb xonectepwuHa JITBIM B nna3Me KpoBM 0OpaTHO KOppenvpyeT C PUCKOM PasBUTUS aTepOCKIepo3a U CBA3aHHbIX C
HUM 3aboneBaHU. Bbicokasi ero KOHLEHTpaLWs NpensTcTByeT 0OpPa3soBaHMIO aTepPOCKIEPOTUYECKMX Brisiliek B cocyaax U
npepoTBpallaeT pasBuTHE cepOeYHO-CcoCcyamnCTbIX 3aboneBaHUI. Takxe XONecTepuH nnBn uMmeeT
MPOTUBOBOCMA/IUTENbHYIO, aHTUOKCUMOAHTHYIO W MPOTUMBOTPOMOOTUYECKYIO aKTMBHOCTb, OKa3sbiBaeT 61aronpusTHbINA
addekT Ha nponudepaumio 1 apyrme GyHKUMM KNETOK 3HAOTENNS COCYO0B, XXM3HECTOCOBHOCTb 1 AndPepeHLIMPOBKY 1X
NpepwecTBEeHHMKOB. TakMM  0bpa3oM, Komm4vectBo xonectepuHa JIMBI1  npakTyeckn HampsiMyro  CBSI3aHO  C
APOAOIIXNTENIbHOCTBIO N Ka4eCTBOM XU3HW.

YpoBeHb xonecrepuHa JNBI B nna3Me KpoBM CyLECTBEHHO AETEPMUHMPOBaH MEHETUYECKW, ero MHOEKC HacnenyemMocTu
MoXeT coctaBnstb 40-60 %. C ppyror CTOPOHbI, MOBbICUTb KONMMYeCcTBO xonectepuHa JIMBI MOXHO C MOMOLLbIO
PU3NYECKMX HArpy30K, CHXKEHUS Macchbl Tena (Npuv M36bITOYHOM BECE) 1 NMpUeMa oMera-3 XXMPHbIX KACOT.



NccnepyeMble reHol

APOAS5

KooupyeTt anonunonpoTenH 5, MVHOPHbIA
anonunonpoTenH Mnasmbl KpoBW. B nnasmMe B OCHOBHOM
acCcoUMMPOBaH C YPOBHEM TPUITIMLIEPUAOB U B MEHbLLEN
cTeneHn - ¢ nvnonpoTtenHamu Huskowr (JTHI) n oyeHb
HU3kon (JTMOHI) nnoTHocTU. UrpaeT BaxHylO porb B
onpefenieHnn KOHUEHTpaLUMmM TPUMWLEepUOOB B KPOBU,
TaK Kak saBnsieTca CTUMYJISITOPOM nunonmusa
TPUMVLEPVOOB Mon OeWCTBMEM  JNIUMOMPOTENHIUME3bI.
OnHako nonvMopdHble 3aMeHbl B 3TOM reHe CBs3aHbl B
TOM 4YucCre C ypoBHeM xonectepuHa JIBI.

CETP

KooypyeT TpaHcropTep (6enok-nepeHocymk) apupos
XONecTepmHa, KOTOpbIN obecrneymBaeT nepeHoc 3bmpoB
xonectepvHa us JINBIN B gpyrye nmMnonpoTenHbl, TakuM
obpasoM yBenuumBas yposeHb JIHM. MakcumarnbHO
3KCrpeccupyeTcs B CENe3eHKe, >KMPOBOM  TKaHW,
nmMdaTnyeckux ysnax, nnaudeHte, neveHn. OoyH m3
MONMMMOP®HbBIX BapWaHTOB reHa MPMBOOUT K CHVDKEHUIO
aKTMBHOCTM 6enka, 4YTO CrocoOCTBYET  YNy4dlUEHUO
NUNVOHOrO CrekTpa KpOBU U CBA3AHO C MOBbILEHMEM
ypoBHsi xonectepuHa JIMNBI npy  CHWXEeHUU YpPOBHS
xonectepwHa JTHI.

FADS1
KoovpyeT pgecaTtypasy XUPHbIX KUCOT, KaTa/lM3npYoLLYyo
peakunto CMHTE3a aanMD,OHOBOlZ KNCNOTbI n

3KO3arneHTaeHoBOW KUCIOTbl M3 omera-3 U oOMera-6
npenwecTBeHHNKOB. B 6orblie M MeHbluer cTeneHu
3KCMpeccrpyeTcs BO MHOMX TKaHsX, HO MaKCUMarbHO - B
HaamoYeyYHukax, Moare, neyeHu. MNonumMopdraM B 3TOM
reHe CBfi3aH C HapyleHWeM MeTabonuama omera-3 u
oMera-6 MOSIMHEHACHILEHHbIX XXWPHbIX KUCIOT W, Kak
cnegcTeue, CO CHWDKEHMEM YpOBHS xonectepuHa JBIM.

APOE

KoguvpyeT anonunonpoterH E, Bxopgawmri B cocTas
XUWTOMUKPOHOB W JIMMOMPOTEMHOB  OY€Hb  HU3KOW
MIOTHOCTW. MakcrManbHas 3KCrnpeccuss 3TOro  reHa
HabnogaeTcs B MeYeHw, TaKke B MOYKax,
Hagno4YeuHMKax, >XWPOBOM TKaHW, cenie3eHke, Mosre.
Benok yvactByeT B OOMeHe /MNWMOOB B KPOBU U
xonecrepuvHa B Mo3sre. Havbonee uyacto uccnegyoT 2
nonnMopdunaMa, codeTaHre KOTOpblX obycnaenveaeT 3
dopmbl 6enka: E2, E3 (HopMa) n E4. BapuaHT E4 cBasaH
C nNoBbllleHVEM  YpOBHS  xonectepuwHa JIMHI  w
CHWXeHneM yposHsa JTNBIM B kposu (Kak crneacreve -
MOBbILWEHHbIM  PUCKOM  PasBUTUS  aTepocksieposa U
6onesHu AnburerMepa). BapuaHT E2 paHee TOXe
CUUTaIn MNpoaTEPOCKIEPOTUYECKUM, OOHAKO nocnegHue
MCCNeoBaHUSA YKa3biBalOT Ha €ro CBs3b C MOBbILEHWEM
ypoBHsi xonectepuHa JINBI 1 CHUWXeHWEM YpPOBHS
xonecrtepwHa JIHI.

3akJiroyeHmne

leHeTUYeCcKUn aHanms BbiSIBUN Y 06CienyeMoro NpeapacrnonoXeHHOCTb K CHXKEHHOMY YPOBHIO xornecTtepuHa JTBIM B

KPOBM.

ObcnegoBaHUS

O6cnenyeMoMy pekoMeHOoBaH peryrnsipHbiv (1 pa3 B 3-6 MecsLeB) KOHTPOb IMMMOHOrO CriekTpa KpoBu (B MepByto
ovepenb obwwmM xonectepuH, xonectepuH JIMBIM, JTTHI). B cnyyae Heo6XxooMMOCTU Mpu CHMDKEHUM YpoBHS JTTBI Hke
HOPMbI U/ HaNM4mm Opyrtx KINMHUYECKMX MOKasaHMIM BO3MOXHbI AOMONHUTEbHbIe 06C1efoBaHUS (CM. pasaesbl
«ATepockiiepos», «bonesHb ArbLrerMepa» U Ap. JaHHOro oTyeTa)*. ObpaTuTe TakKe BHMMaHWe Ha peKOMeHOALMM
paspgena «XonectepuH JTTHIM»*. BaXHOCTb AaHHbIX NpoLeayp BO3pacTaeT Mo OOCTUMXKEHUM obcnenyembiM 40-45 ner.



PekoMeHOaLMM Mo npopuiakTuke

O6cnenyeMoMy pekoMeHA0BaH KOHTPOSb PaLyoHa, OCOBEHHO MoTpebreHns XMpoB. HacTosiTelbHO He pekoMeHayeTcst
npeBbIlaTh HOPMbI MOTPEBNEHUS XUPOB, YKasaHHble B pasaernie «Kupbl» MOTPeOUTENbCKOM BEPCUN OTYETa, OYEHDb
XenatesibHO OrpaHN4YUTb NoTpebrieHre HacbILWEHHbIX XWPOB (COOTBETCTBYIOLME PeKOMeHAALMM NMPUCYTCTBYIOT B
paspene «HacblleHHble XMpbl» MOTPEBUTENBCKOM BEPCUM OTYETa). BakHO UCKITIOUNTD U3 paLyoHa obcrieayeMoro
TPaHCXKMPbI. Takke peKOMeHAyeTCss OrpaHNYUTb NoTpebreHve yrmeBonoB (MNP OTCYTCTBUM NPOTUBOMOKA3aHWM 3aMEHVB
VX HEHACbILLEHHbIMM XXMPaMK B Npeaesniax peKoMeHayeMoM HOPMbI), B YaCTHOCTW caxapa U GpyKTO3bl (pekoMeHaaLmm
npvBedeHbl B COOTBETCTBYIOLWMX pasaenax noTpebuTenbckon Bepcun otyeTa). ObcneayeMoMy pekoMeHayeTcs
YroTPebnsATb NMpoayKThl, 6oratble omMera-3 NMHXXK (nogpobHble pekoMeHaaumm daHbl B pasgene «OMera-3/Omera-6»
HacTosiwero otyeTa). CnegyeT y4ecTb, YTO MpU MOBbILEHHOM CKITOHHOCTM K Habopy Beca (OCO6EHHO 3a CYET XMPOB) He
CTOUT 3/10YNOTPEDBNIATL XMPHOM pbibol, NpeanoyTeHre nydwwe otgatb NMHXK B popme BAL. MNpy HAAUYMU KITMHUYECKNX
rMokasaHui (HanpuMep, MoBbileHWe YpoBHS xonecTtepuHa JTTHI B KpoBK) BO3MOXHO Ha3HavyeHWe CTaTWHOB*.
HacTositenbHO peKoMeHaOyoTCst OTKa3 OT KyPeHUst 1 YMEPEHHOCTb B MOTpebrieHnn ankorons. Takke obcnegyeMomy
pekoMeHOoBaHbl perynspHasi Gmsnyeckas akTMBHOCTb U KOHTPOSb MacChbl Tena.



YpoBeHb NMNMMNONPOTENHOB
HMU3KOW M/IOTHOCTU

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopdunsm MeHoTVn YacToTa PesynbtaT SddPekT

MpenpacronoXeHHOCTb K BbICOKOM
CETP rs5882 A/A 46% CKOPOCTU NMepeHoca XonecTepuHa 13 6 6
J1NBr s JIMHM

OTCyTCTBYET MPEeAPacroioXeHHOCTb K

APOE rs429358, rs7412 E3/E3 65% Hakonnenuto JIMHI B KpOBEHOCHOM @ @
pycne

MpenpacronoXeHHOCTb K CHKEHMIO
FADS1 rs174547 T/C 43% ckopocTu MeTabornmamMa omera-3 ® O

XKUPHbIX KUCOT

MpenpacrnonoXeHHOCTb K YBEMYEHNIO
APOAS5 rs964184 C/G 26% YPOBHSI TPUMINLEPUOOB B KPOBU U UX ® 6
nepexopny B JIMHI, cHvxeruto JTTBIM

JlvnonpoteuHbl  HM3kon  mnotHoct  (JTMHI) -  aTeporeHHble  MMNOMpPOTEUHDbI,  SBMSIOWMECS  CBOEOOpPasHOM
MPOTYBOMOSIOXKHOCTBIO  JIUMOMNPOTEMHAM  BbICOKOW  mioTHocTk — (JTNBIM).  JIMHIM  obpasyoTcs  npyv  rmgponuse
JINMOMNPOTEMHOB OYeHb HW3KOM MnoTHocTk (JTTOHI) depMeHTaMy NMMOMNpPOTEUHIUMA30M M NMEeYeHOYHOM nnnason. B
X0[€e TaKoro MpeBpaLleHnst OTHOCUTENIbHOE COAEpXKaHWe B YacTuULe XOnecTepuHa pacTeT, a TPUMMLEPUOOB — MNaJaeT.

®yHkupma JIMHI B opraHnM3Me COCTOUT B MepeHoCe He TOSbKO XONecTepuHa, HO W TpUmuuepuaos, BUTaMuHa E,
KapOTUHOMAOB U OPYrvX NUMOPUIbHBIX BUOMONEKyn. B HOpMe XOnecTepuH SBMSIETCS BaXKHOW COCTaB/sitoWwen MeMbpaH
KNEeTOK, MNPeALeCTBEHHWKOM XeNYHbIX KUCIOT, FOPMOHOB (HanpuMep, TeCTOCTepoHa) U Ap. OOHaKO MOBbILLEHHbIM YPOBEHb
xonectepuHa JIMHI cBsi3aH C BbICOKMM PWUCKOM pPasBUTUS aTepOCKIepo3a W, Kak CrNefAcTBUE, 3aKYropKM apTepui,
nHbapkTa MuoKapda, WHcynsta. KpoMe Toro, HapyleHue TpaHCrnopTa XornecTepyHa B MO3r MOXET MpMBECTU K ero
HenpaBUIbHOMY GYHKLIMOHMPOBaHWIO M CMPOBOLIMPOBaTb paHHee nosierieHe 6onesHn AnburemMepa.

Mopno6Ho konuuecTy xonecrepuHa JMBIM, yposeHb xonectepuHa JTMHI cvnbHO OeTEPMUHUPOBaH MEHEeTUYECKU: BKI1af,
FEHETUKN MOXET COCTaBnsaTb 65% u paxe 6onee. OgHako du3MUecKMe Harpysky, CHUDKEHWe Maccbl Tena (npwu
M36bITOYHOM BECE) U MPUEM OMera-3 XMPHbIX KUCITOT CMOCOGHbI 3HAYUTENIbHO CHU3UTb AaHHbIA hakTop puycka.

NccnenyeMble reHbl

FADS1

KooupyeT poecatypasy >XXMPHbIX KUCOT, KaTal3MPYOLLYO MonumMopdnamM B 3TOM reHe CBA3aH C HapylleHUEM
peakumio CcUHTE3a apax1ooHOBOW KUCNOTbI 7 MeTabonnamMa omera-3 M omera-6 nonMHEHAChILEHHbIX
3MKO3arneHTaeHOBOW KUCNOTbl M3 oMera-3 u omera-6 XXUPHbBIX KMCMOT U, KaK CIeACTBME, C MOBbILEHUEM YPOBHSI
npepwecTBeHHNKOB. B 6onbluer 1M MeHbLIen CTeneHu JINHIM n pycka passuTUS aTepockieposa.

KCrpeccunpyeTcd BO MHOMMX TKaHAX, HO MakKCMMalibHO - B
Hagno4ve4vHnkax, Moasre, rne4vyeHu.



APOE

KoouvpyeT anonunonpoTevH E, Bxogswmi B cocTaB
XUIOMUKPOHOB WM JIUMOMPOTENHOB  OYEHb  HU3KOM
MIOTHOCTWU. MakcuMaribHas 3KCnpeccusi 3TOro  reHa
HabnopaeTcs B reyeHn, Takxke B rnoykax,
HaOMoOYEeuYHMKaX, >XUPOBOM TKaHW, Cere3eHKe, Mosre.
Benok yyactByeT B O6MeEHe nNWNMOOB B KPOBU U
XonecrtepuHa B Mo3re. Hambonee uyacto uccnegyioT 2
nonvmMopduaMa, codeTaHre KOTOpbIX oObycnaenveaeT 3
$opmbl 6enka: E2, E3 (Hopma) n E4. BapuaHT E4 cBsizaH
C TOBbIWEHHbIM YPOBHEM OOLWEro XonecrepuHa u
xonectepuHa JINHIT 1 puckoM pasBuTUS aTepockiieposa
N 6onesHn Anburemmepa. BapuwaHT E2 cBsfizaH C
rUnepaMnonpoTenHeMmen 3-ro T™MNa,
XapaKTepU3yIoLWENCs  MOBbILEHNEM  YPOBHSI  OBLLEro
XonecrtepuHa u TpumuvuepugoB. PaHee ero Toxe
CUYUTa/IM NPOATEPOCKIEPOTUUYECKUM, OAHaKO MocneaHve
MCCNedoBaHUSA YKasblBalOT Ha €ro CBsi3b CO CHWDKEHWEM
ypoBHs xonectepuHa JIMHI, Takke 3TOT BapuaHT
3HaUUTENIbHO  CHWXaeT pUCK  pasBUTUS  BOonesHU
Anburenmepa.

CETP

KoouvpyeT TpaHcriopTep (6enok-nepeHocurk) 3adupos
XOnecTepuHa, KOTopbIM obecrneymnBaeT nepeHoc 3PpupoB
xonectepuHa n3 JINBIM B Apyrve fvMnonpoTenHbl, TakuM
obpasoM yBenuuumBas yposeHb JIMHIM. MakcmManbHo
3KCMpeccrpyeTcsl B Cefle3eHKe, KMPOBOM  TKaHW,
nuM@paTMyYecknx ysnax, mMnaueHTe, neyenn. OouvH w3
NMOSMMOPPHbBIX BapUaAHTOB MeHa MPUBOAUT K CHVDKEHWMIO
aKTMBHOCTM 6enka, 4TO CrnocOOCTBYET  YNyYLIEHUIO
JMNUOHOrO CriekTpa KpPOBUM M CBA3AHO C MOBbILEHVEM
ypoBHSA xornectepuHa JIMBI npy  CHUXeHUM ypoBHS
xonectepuHa JTTHI.

APOAS5

KogupyeTt anonunonpoTenH 5, MWHOPHbIN
anonuMnonpoTenH nNnasmbl KpoBW. B mnasme B OCHOBHOM
acCOLMMPOBaH C YPOBHEM TPUITIMLEPULOB N B MeHbLUEN
cTeneHu - ¢ nunonpoTtemHamu Huskown (JTIHM) 1 oueHb
Huskor (JTMOHTIT) nnoTHocTh. UrpaeT BaxHylO ponb B
oripefeneHun KOoHUEHTpauuu TpUmULEPpUAOB B KPOBW,
TaK Kak aBnsieTcs CTUMYNSITOPOM nvnonusa
TPUMULIEPUOOB oL LeNCTBMEM  NIUMOMNPOTENHINME3bI.
OnHako NonMMopdHble 3aMeHbl B 3TOM reHe MOoryT ObiTb
CBA3aHbl B TOM 4Yucne C MOBbIWEHHbIM  YPOBHEM
XxorecrepvHa JINHMN 7 pUCKOM pas3BuTUA
aTepOCKNEPOTUYECKNX N3MEHEHMIA COCYAOB.

3akJioueHue

[eHeTUYeCKMIN aHan13 BbiSBUM Yy o6cne,u,yeMoro npenpacrionioXXeHHOCTb K cpefHeMy YpoBHIO xonectepuHa JTTHI B

KpOoBU. ITO MOXET ObiTb PaKTOPOM pUcKa psiaa 3abos1eBaHUN.

ObcnegoBaHUSA

O6crnenyeMoMy xernaTeneH perynspHbin (1 pas B 6 MecsiieB) KOHTPOJb JIMMMOHOrO CNeKTpa KPoBW (B MeEPBYIO ovepenb
o6 xonecTepuH, xonectepuH JITHM, JIMBI)*. MNMpy HeO6X0AMMOCTU (MPU MOBbILLEHNN YPOBHS xonectepmHa JTTHI
CBEPX HOPMbI U/MNU APYrX KIMHWUYECKMX MOKa3aHWsIX) MOMyT ObiTb Ha3HaYeHbl apyrne cneumdbuyeckme obcnenoBaHMs
(cM. pasgenbl «ATepockiiepos», «bonesHb AnbLUremMMmepa» 1 ap. OaHHOro otyeTa)*. ObpatuTe Takke BHUMaHWe Ha
pekoMeHaaummn pasgena «XonecrepuH JTMNBIM» gaHHOro oTyeTa. BaXXHOCTb AaHHbIX MpoLieayp BO3pacTaeT Mo AOCTVDKEHUN

obcnepyembiM 40-45 net.



PekoMeHOaLmMM No npopuniakTuke

O6cnenyeMoMy XenaTenieH KOHTPOSb paLMoHa, 0CO6eHHO NOTpebreHUs XMUPoB. He pekoMeHayeTcst MpeBbILaTb HOPMbI
noTpebneHnst XUPOB, YKasaHHbIe B pasaernie «Kupbl» MOTPebUTENbCKOM BEPCUM OTYETa, OYEHb XEeNaTeslbHO OrpaHNYUTb
noTpebneHre HacbILLEHHbIX XXMPOB U XONeCcTepUHa (COOTBETCTBYIOLME PEKOMEHAALMM MPUCYTCTBYIOT B pas3aernax
«HacblILWeHHbIe XMpbI» U «XONnecTepyH» MoTpebuTenbckon Bepcum oTyeTa). ObcnenyeMoMy XenaTesibHO ynoTpebnsaTb
nponykTbl, 6oratble oMera-3 NMHXK (nogpobHble pekoMeHaaLmy faHbl B pasfene «OMera-3/OMera-6» HacTosLLero
otyeTa). CnenyeT y4ecTb, YTO MPW MOBbILLEHHOM CKITOHHOCTU K Habopy Beca (0CO6EHHO 3a CYET XMPOB) HE CTOUT
3710ynoTpebnsTb XMUPHOM pbibon, NpeanoyTeHve nydwe otaate NMHXK B dopme BALL. Takxe onst CHUKEHUS! YPOBHS
xonectepwuHa JTNTHIM pekoMeHayeTcsa ynoTpebnsTb NpOayKTbl, 6oraTtble MULEBLIMX BOIOKHaMU (KIeTYaTKoW), a TakkKe
copepxalupme puUTocTeporbl (KYHXYT, COsl, MOACONHEUHbIE N ThIKBEHHbIE CEMEeUKU, MUHOAMb, MPeLKMe Opexm, aBokago,
6ptoccenbekas KarnycTa). [Ons cHUKeHUst ypoBHS xonectepuHa JTTHIM 6naronpUsTHO yrnoTpebnsTh B MLy KpacHbIM
OpOXOKEBOM pucC. PekoMeHayeTcst UCKIoYUTb M3 paumoHa obcnenyeMoro TpaHoKMphbl. Mpy HaMYmMmM KINMHNYECKNX
MOoKasaHuIM (HanpuMep, NoBbileHWe YpoBHS xonecTtepuHa JTMHIT B KpoBM) BO3MOXHO HasHauYeHUe CTaTuUHOB*. Takke
PEKOMeHOOBaHbI perynspHas puamyeckasi akTUBHOCTb M KOHTPOSb Macchl Tena.



1:5 MnepTpurnMuepunaemMms

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTVn YacToTa PesynbtaT AdPekT

MpenpacrnonoXeHHOCTb K YBEMYEHNIO
APOAS5 rs964184 C/G 26% YPOBHS TPUMIMLLEPUOOB B KPOBM U UX ® O
nepexogny B JIMHI

OTCyTCTBYET NPENPaCroNOXEHHOCTb K
APOE rs429358, rs7412 E3/E3 65% Hakonnenuio JIMHI B KPOBEHOCHOM ® @
pycne

I'Ipep,pacnonoerHOCTb K CHV>XEHUIO

FADS1 rs174547 T/C 43% CKOpOCTH obmeHa XKMPHbIX KUCOT, @ @

yMepeHHasi MpefpacronoXeHHOCTb K
YBENMYEHUIO YPOBHS TPUIMIULLEPUAOB

Tpymuuepwapl - HeUTparibHble XUPbl B KPOBW, CIOXHbIE 3GUPbl TPEXaTOMHOMO CrMpTa MMLEPUHA N XXMPHbBIX KUCIOT.
OHU SBNSIOTCH OCHOBHBIM KOMMOHEHTOM XXMPOBOW TKaHU WM YYacTBYIOT B GOPMUPOBAHUM KIIETOYHbIX MeM6paH, OfHaKo
YaCTb U3 HWUX HaxXOOUTCS B KPOBMW, ObecrieumBasi Mbillilpl SHeprven. MoaToMy KOMMYECTBO TPUMIMLIEPUOOB B KPOBU B
3HaYUTENIbHON Mepe 3aBUCUT OT OCOBEHHOCTEN paumoHa U GUBUYECKON aKTMBHOCTU OOCNENyeMOro U CyLLECTBEHHO
KoneobneTcs B TeYeHNe OHS.

vneptpumvuepuaoemma (E78.1 - uductas)) (yposeHb TIT 2 1,7 MMosnb/n) MMeeTcs MpUMEPHO Yy TPeTU POCCUMCKOro
HaceneHus (29,2%). Mpu 3TOM YMCO OBCNeQyeMblX C OYeHb BbICOKOM (ypoBeHb TIT 2 5,6 MMOMb/N) Wnu TsHKeNow
(ypoBeHb TI" > 10,0 mmonb/n) I'T BecbMa Hesenuko (0,11% u 0,011%, cOOTBETCTBEHHO). B TO Xe BpeMsi cMeluaHHast
rmnepTpumuuepuaemMms ¢ ypoeHsMm TIT 2 1,7 MMonb/n, obuero xonecrepuHa 2 5,2 mmonb/n v JIMHM 2 3,4 MMonb/n
BCTpeYarnacb OOBOJSIbHO 4YacTo - 19% cnyvaes. PUCK pa3BuUTUSA rMNepTpUmMLEPUOEMUA BbilLe Y MYXUUH, YEM Y XEHLLMH,
M MOBbIWAETCs C BO3PACcTOM. [MnepTpummuepuoeMums sensetcs GakTopoM prcka UM COMyTCTBYIOWMM GaKTOPOM MHOIMMX
3ab0neBaHNN, TakUX KaK OXMPEHUE, CcepaeyvHO-cocyamMcTble 3aboneBaHus, caxapHbii OvabeT 2-ro Tura, a Takxke
ONCHYHKLMM MOYEK, 3M10ynoTpebIeHNst ankoronem.

Mopsinka 50% MeXVHOMBMAYaNbHOM BapMabenbHOCTU YPOBHS TPUMULIEPUAOB OOYCNOBMEHbI FeHETUYECKM, NpK 3ToM 21%
BapWabenbHOCTU CryYaeB TPUITIULIEPUOEMNN OOBACHSIIOT YacTO BCTPEeYaloLpMecs BapmaLM B 7 OCHOBHbIX JTOKYCaXx.

NccnepyeMble reHbl

APOAS5

KooupyeTt arnonmMnonpoTenH 5 - MMWHOPHbI KpoBW, TaK Kak gBnsetTca crtumynaropom  anoC-ll-
anonuronpoTenH rnasmbl KposW. B nnasmMe B OCHOBHOM aKTMBMPYEMOro nvnonusa TPUMMLEepUaOoB rnog,
accoLMMPOBaH C YPOBHEM TPUMMLIEPUAOB U B MEHbLLEN OeVCTBMEM  NIUMOMPOTEMHNMM&3bl W MHMMOUTOPOM
CTeMeHn - C JIMNOMNpPOTENHAMU HU3KOM M OYEeHb HU3KOM CMHTE3a TPUMMUEpPVAOB B NedeHu. [lonumMopdHble
MIOTHOCTU. WrpaeT BaxHylO porb B orpefeneHum 3aMeHbl B 3TOM [leHe CBfA3aHbl C PUCKOM PasBUTUS

KOHLIEHTpaLMX TPUMMLEPUOOB B rMNepTPUTIULEPUAEMUM.



APOE

KooupyeT anonunonpotemH E, Bxogdwui B cocTaB
XUIOMUKPOHOB U JIUMOMPOTENHOB  OYeHb  HU3KOM
MIOTHOCTWU. MakcuManbHas 3KCrpeccusi 3TOoro  reHa
HabnopaeTcs B reyeHn, Takxke B rnoykax,
HaOMoOYeuYHMKax, >XUPOBOM TKaHW, Cene3eHKe, Mosre.
Benok yyactByeT B OOMeEHe J/MNWOOB B KPOBU U

FADS1

KooupyeT pecaTypasy XUPHbIX KUCNOT, KaTarnM3pyoLLyto
peakumio CMHTE3a  apaxMOOHOBOM KUCNOThI 7
3MKO3arneHTaeHoBON KUCIOTbl M3 oMera-3 U OMera-6
npenwecTBeHHNKOB. B 60rblie MM MeHbluen cTeneHu
3KCMPEeCCUPYETCA BO MHOMMX TKaHSAX, HO MakKCMMaribHO — B
HagrnoYeuHukax, Moare, nedyeHu. MonuMopdmsm B 3TOM

xornecrepuHa B Mosre. Hanbonee uacto wmccrnepytoT 2 reHe cBs3aH c HapyLeHneM MeTabonmsma
nonvmMopduaMa, codeTaHre KOTOpbIX oObycnaenveaeT 3 MONMMHEHACHIWEHHBIX  XUPHbIX  KMCNOT — (oMera-3  um
dopmbl 6enka: E2, E3 (Hopma) 1 E4. BapuaHTtbl E2 1 E4 oMera-6), a  Takke C  roBbllUEHVEM YPOBHSI

accoumMmpoBaHbl B TOM 4Yumcne C nosblileHneM YpOoBHA
TpUmnuepmooB B KPOBW.

TpUmuuepmnoos B KPOBU.

3aknueHue

Y o6crnenyeMoro BbiSBNEH HU3KUM MreHETUYECKUIA PUCK HapyLIEHWUS TpaHCNopTa TPUMMLEPUAOB U Pas3BUTUS
rUNepPTPUIIMLEPUOEMUM.

ObcnegoBaHUS

Ob6cnenyeMoMy He CTOUT MpeHebperaTb nepuoguyeckumm (okoso 1 pasa B rog) npodunakTnieckmumy obcrnesoBaHUsMm
JIUNMOHOrO CreKTpa KPOBW, B MEPBYIO odepenb YPOBHS TPUMMLIEPUAOB, a TakKe XONeCTepMHa COMacHO peKoMeHaaLMSM
pasfenoB «XOnecTepuH BbICOKOM MIOTHOCTU» U «XONECTEPUH HU3KOW MITOTHOCTW». AKTYanbHOCTb UCCIeO0BaHNIA MOXET
6bITb MOBbILLEHA MPU HANTMYUX OOMOSNHUTENbHBIX HaKTOPOB PUCKa, MPUBEOEHHbIX B pasaerniax «ATepockiieposy», «CaxapHbii
OnabeT», «N36bITOUHbIA BEC, OXMPEHME», @ TaKKe MO OOCTUXEHWUU NMPEKTOHHOrO BO3PacTa.

PekoMeHgaumm rno npodunakTmke

B maHHOM cryyae BO3MOXHa HEKOTOPasi KOPPEKLUMS paLmioHa 06CeayeMoro, yYmTbIBas TakKe APYrme BO3MOXHbIE
daKTOopbl pr1cka HapyLLeHWs TMMMAHOrO ObMeHa (obpaTuTe Takke BHUMaHWe Ha pe3ysbTaThl B pasfenax «XonecrepuH
BbICOKOW M/IOTHOCTU», «XONEeCTEPUH HU3KOM MITIOTHOCTU», «ATEpOCKIEpPO3», «M36bITOUHbIM BEC, OXUPEHMe», «Caxap»,
«PpykTO3a»). B NtoboM crnydae obcrienyeMoMy He CTOUT MpeBbillaTh PEKOMEHO0BaHHYIO CYyTOUHYKO HOPMY NoTpebneHus
YITIEBOAOB, U B OCOBEHHOCTU PPYKTO3bI (MOOPO6HbIE PEKOMEHAALMM OaHbl B pasaenax «XXupbi» 1 «YrmeBoabl»
NoTPEOUTENBCKOM BEPCUM OTYETA). [N CHVDKEHUS pUCKa PasBUTUS TUNEPTPUIMMLEPUAEMUM BM1aronpUsTHbI MpUeM
omera-3 NMHXK (cM. pekoMeHaaumm B pasgene «OMera-3/OMera-6» HacTosIWEro ot4yeTa), KOHTPO/Ib Macchl Tena v
perynsipHas puanyeckas akTMBHOCTb.



OPPEKTUBHOCTD
HU3KOXNPOBOW OMNETDI

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdusm MeHoTUn YacToTa PesynbtaT SddekT

MpenpacronoXeHHOCTb K YBENMUEHMIO
FABP2 rs1799883 G/A 42% CKOPOCTU TPaHCMOPTa HACbILEHHbBIX @® O

>XKUPHbIX KNCNOT

PPARG rs1805192 c/C 69% MpenpacrnonoXeHHOCTb K BbICOKOMN o0
CKOPOCTU pOCTa XMPOBbIX K/IETOK
o MpenpacnonoXeHHOCTb K CHUXEHHOM
CD36 rs1761667 G/A 47% BKYCOBOW YyBCTBUTENbHOCTU K XXMPaM ® O
OTCyTCTBYET MNPenpacrosio)XeHHOCTb K
APOE rs429358, rs7412 E3/E3 65% Hakonnenuto JIMHI B KpOBEHOCHOM ® @

pycne

CBobopHble BbICLUIME XUPHbIE KUCIIOTbl B C/IM3UCTON OBOMIOYKE KMLWEYHMKa YaCTUYHO WMCMONb3YKTCa AN pecuHTesa
cneundUUHbIX OIS JaHHOrO OpraHM3Ma XUPOB, YaCTUYHO MOCTYMAOT B KPOBb M MOMYT OTK/1aAbIBaTbCsl B XXMPOBbIX OEro
opraHuama. lNpy HeobXooMMOCTU XUpPbl MOL LAEeNCTBUEM TKAHEBbIX JSIUMa3 pPaclensisioTcs Ha MULEPUH U XXUPHble
KUCNOTbI, MNpW  [JalbHENIUEM  OKUCIIEHWM  KOTOpbIX oObpasyeTcss 6orblioe  KOMMYEeCTBO 3Heprv B BuUAOe
apeHosuHTpudochata (ATD) M YaCTUUHO PacCEMBAETCS B BUOE Tera.

OKuUCneHWe muuepuHa HavmHaeTcs ¢ ero dochopunmpoBaHUsS OO0 MUMLEPUHOPOCHOPHON KUCNOThI, 3aTeEM yepes
dpocdoamokeraLeToH 0O HocHOrmMLEPUHOBOrO anbAernaa, AasbHeNUMe MPeBPaLeHUss KOTOPOro MayT Mo cxeme
MYKONM3a. Bbiclive XMpHble KUCNOTbl (C kKonndectBoM atomoB C Gonblie 6) B BUOE COeaMHEHUMA C KodepMeHTOM A
pearvpyloT C KapHUTWMHOM, 06pasys ero NMpom3BOAHbIe, CMOCOBHbIE MPOHWKaTb Yepe3 MeMbpaHy MUTOXOHOPWUA. BHyTpu
MUTOXOHAPWIM XUPHbIE KUCNOTbI MOABEPratoTCs MOC/eA0oBaTE/IbHOMY OKUCIIEHMIO C OBpasoBaHMEM aueTun-kobepMeHTa
A, KOTOpPbIA NUCMOSb3YeTCs B LIMKITE TPUKAPOOHOBbIX KUCMOT UK B peakLMsIX BUOCUHTE3a.

SPDEKTUBHOCTD HUBKOXMPOBOM OMETbI CBA3aHa B MEpByl0 odepedb C reHeTUYecks OBYCIOB/IEHHOM CKOPOCTHIO
TpaHCcropTa U pacrana XMpOoB B OpraHu3Me.

CrieqyeT MOMHUTb, YTO ftobas aMeTa O/ CHKEHUS Beca JOMKHa 6biTb MMMOKanopuMHOM 1 codeTaTbes C GU3NYEeCKMU
Harpyskamu.



NccnepyeMble reHol

FABP2

KooupyeT nepeHOCUMK XMPHbIX KUCNOT 2-ro Tuna. benok
CBA3bIBAET KMPHbIE KUCIOTbl B TOHKOM  KULLEYHMUKE,
Cnocob6CeTByeT H6onee akTMBHOMY MX YCBOEHUIO, ObnajaeT
BbICOKMM CpoOCTBOM K HaCbILWEHHbIM Xupam,
obecrneymBaeT 3axBaT, BHYTPUKIETOYHbIA TPaHCMOPT W
MeTabonMaM  [AIMHHOLIENMOYEYHbIX  XXMPHbIX  KUCTIOT.
SKcnpeccupyeTcs B KuweyHuke. MonnmMopdmsM B 3TOM
reHe CBfI3aH C YCKOPEHHbIM TPAHCMOPTOM  HaCbILEHHbIX
XUPHbIX  KUCIOT W yBenudveHneM  3bdEeKTUBHOCTU
HW3KOXWPOBOW OMeETbI.

CD36

KooyvpyeT peuenTop K >XMPHOMY, KOTOPbIA sIBRsSieTCs
MHTEerpasibHbiIM MeMBpaHHbIM GeNikoM, OTBeYaloWwmM 3a
MeTabonmam XUPOB (cBsi3biBaeT OKMCNEHHbIE
NNMONPOTENHBI  HU3KOM  MNIOTHOCTH,  dochonunuabl U
XUPHbIE KUCOTbI), Pacro3HaBaHMe >XMPOB B MWL Ha
BKYC, YCBOEHME XMWMPOB B KUWEYHUKE. MaKCMMarbHO
IKCMpeccrpyeTc B KMPOBOM TKaHM, a Takke B
HebOobLLIOM KOMYeCTBe B cepfLe, ceneseHke, nnaleHTe
U OPYrUX TUMax KIEeTOK, BKOYasi MOBEPXHOCTb 3MUTENNS
BKYCOBbIX COCOYKOB. [lonuMopduaMbl B 3TOM reHe
CBSI3aHbl CO BKYCOBbIM BOCTPUSTUEM TEKCTYPbl >XUPHOM
MWK U U3BLITOYHBIM MOTPEBNEHNEM XMPOB, @ TakKKe C
OPYrMMU  HapyLIeHUSMUM  NIMAMAHOMO  MeTabonmMaMa U
BC/IE€ACTBME 3TOMO — C BaXKHOCTBIO CHKEHUSI KONMYECTBa
XWPOB B paLMoHe.

PPARG

KooupyeT ramMa-peLenTop nponudepaumm rnepokCMcoM,
KOTOpbIM B OCHOBHOM MPOAYLMPYETCS B XXMPOBOM TKaHW, B
HebOoMblUON CTEeMeHn - B KUWEYHWKE, Xesnyoke,
rnnaueHTe, Mo4eBOM My3blpe, nerkux. OCHOBHOM
dyHKUMer 3Toro 6enka SABNSETCA aKTMBALMSA TEeHOB,
CBSI3aHHbIX C aKKyMy/isiLMen >Xupa, ouddepeHUmMpoBKOM
KNEeTOK >XXMPOBOM TKaHW U MMOBacTOB. MrpaeT BaxHYO
ponb B  YYBCTBUTENBHOCTM  Pas/MYHbIX TKaHen K
WMHCYNMHY. lMonuMopdHas 3aMeHa B 3TOM  reHe
GnaronpusTHa M CBA3aHa C 6ofiee HW3KOM 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, >XWPOBOM TKaHK, CeneseHKe, Mosre.
Benok yuactByeT B OOMeHe nMNMOOB B KPOBM U
xornecrepuvHa B Mo3sre. Havbonee uacto wmccrnemytloT 2
nonMMop$uama, coveTaHMe KOTOpbiX obycnasnmsaeT 3
dopmbl benka: E2, E3 (Hopma) n E4. lMonuMopdHbie
BapvaHTbl (E2 u E4) cBA3aHbl ¢ HapyLIEHWSIMU TUMUEHOTO
obMeHa, B TOM 4uMC/le C  MOBbIUEHVEM  YPOBHS
TPUTILIEPUAOB B KpOBM 2 HeOb6X0AMMOCTbIO
OVEeTNYECKOM KOpPPEeKLMM paLmoHa MO  KOMMYeCTBy W
Ka4yecTBy >XMPOB, OCOBEHHO 3TO BaXHO MPU HaAUYMm
annens E4.

3akJioueHue

[eHeTUYeCcKn aHanm3 nokasan, uYTo 3¢¢eKTMBHOCTb HVI3KO)KVIpOBOl‘/'I aOneTbl Npn CHMXeHM BeCa OJ14 o6cne,u,yeMoro

MOXET ObITb MOBbILLEHA.

ObcnegoBaHUS

Heo6xoaMMo MOMHUTb, YTO OaXe ecny obcreayemblii He NMPUAEPXKMNBAETCA HU3KOXMPOBOM ONETHI, EMY He
pekoMeHayeTCs 3HaYUTESIbHO MPEBbILLaTh CYTOYHYIO HOPMY XUPOB B paLMoHe. PekoMeHOyeTcsi MpOBOAUTb
nepviooyyeckye aHanmsbl IMNMOHOrO CriekTpa KPoBW (MMnMaorpaMMa: ypoBeHb TPUMMLIEPUOOB, OBLMIA XONEeCTEPUH,
xonectepuH JTHIM v JTNBIM) Ans MOHUTOPUHIa TEKYLLErO COCTOSIHUSE 0bcrienyemMoro®.



PekoMeHOaLmMM Mo npopuiakTmke

Mockonbky y o6cnenyeMoro BbisiBNIEH FEHOTUM, CBSI3aHHbIN C MOBbILLEHHOM 3D PEKTUBHOCTbIO HU3KOXUPOBOW AMETHI,
HasHauyeHve eMy JaHHOWM AMeTbl 0151 CHUXKEHMS Beca (KOorda KONMYeCTBO NoTpebsieMbixX XXMPOB, B MEPBYO ovdepeb
HaCbILEHHbIX, MeHbLUe CpedHel peKoMeHAyeMOM CyTOYHOM HOPMbI) BMOSIHE BO3MOXHO (MOAPO6HbIe pekoMeHAaumm no
XUpaM B paLyoHe npuvBeneHbl B pasaene «Kupbl» 1 Opyrix pasgenax 6r1oka «/IMnmgHbii o6MeH» NoTpebuTebCKom
BEPCUM OTYETa). BaXKHO MOMHUTb, UTO Ntobas amneTa abdPeKTUBHA TONMbKO B COMETaHUN C GU3NYECKON aKTUBHOCTbIO
(NnoppobHble pekoMeHOaumn daHbl B pasgenax «Pursnyeckas akTUBHOCTb O718 CHDKEHWS Becay» U «Pusnyeckas akTUBHOCTb
0119 Noafep>XaHWst 300POBbs» MOTPEBUTENTBCKON BepCUM OTUYeTa). BO3MOXHO BK/ItOUEHME B PALIMOH MULLIEBbLIX BOTOKOH
(kneTyaTKK) NPy OTCYTCTBUM MreHeTUYECKMX HaKTOPOB, CHMXaIOLLMX X 3PdEKTUBHOCTb (CM. pasaen «[vwweBble BONOKHa»
MoTPeBUTENbCKOM BEPCUM OTYETa U METOOMYECKME pekoMeHdauumK). s noBbiweHWst 3G OEKTUBHOCTY HU3KOXMPOBOM
OMEeTbl AOMYCTUMO HasHauyeHVe SlevallyM CrieLmancToM NpenapaToB, NMPEnsTCTBYIOWMX BCAaCbIBAHWUIO XMPOB B
KULWeYHuke, GrnobpaToB, HUKOTUHOBOM KUCIOTbI .



[TonMHeHacbIWweHHble
>XWPHbI€ KUCNOTDI

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH MonumopdunsM  MeHoTUN YacToTa PesynbTaT AdPekT

[MNpenpacrnonoXeHHOCTb K CHUXEHUIO

FADS1 rs174547 T/C 43% ;:opocm MeTabonmaMa oMera-3 1 omera-6 ® 0
PHbIX KUCMOT U BO3MOXHOMY YBEMYEHUIO

COOTHOLUEHNS oMera-6/omera-3

MonuHeHacbiweHHble XupHble kncnoTbl (MHXXK), B nepsyto odvepenp oMera-3, BAUSIOT Ha 3/1aCTUMHOCTb KIETOYHbIX
MeM6paH, MPOLIeCcChl pereHepaum U YCBOEHUSI OPraHM3MOM KarbLMs, a Takke Ha MuTaHue KNeToK Mosra. HassaHus
«oMera-3» 1 «oMera-6» 03HaYaloT ABOMHYIO XMMWYECKYIO CBSI3b COOTBETCTBEHHO Y TPETHErO U LIECTOro aToMa yrrepoda
OT MEeTUTIOBOIO KOHLA XMPHOM KMCnoTbl. OMera-3 1 oMera-6 MNHXK aBnstioTcs He3aMeHUMbIMU 47151 YenoBeKa M OO/MKHbI
MoCTyrnaTb C NuLien*. B opraHMaMe OHW MpeBpaLlatoTCs B ApYyr1e XMpHble KUCNOTbl ¢ 6onee OJIMHHOM LIENOYKOMN nyTem
3MIOHrauMM YImepOaHOM LIeM XXMPHbIX KACIOT M BCTABKOW OBOWHbIX CBA3EM (T.e. mecarypauuen). Tak, oMera-3 anbda-
JIMHOMEHOBasI KWCNOTa MPeBPAaLlaeTCcs B 3MKO3arNeHTaeHOBYO, KOTOpasi, B CBOIO oOvepedb - B [OKO3areKCaeHOBYHO;
oMmera-6 SIMHoNeBas KNCIIoTa KOHBEPTUPYETCS CHadvarna 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 cuHTesmpytoTcs 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/IepO3a,
MHbapKTa MWOKapda, WWEeMWYEeCKOro UHCynsta U 6onesHu AnburenMepa. Omera-6 MHXK He MeHee BaxHbl Ans
obecreyeHns HopManbHOW paboTbl MO3ra U cepaua, X yrnoTpebneHne B yMEPEHHOM KOJIMYECTBE TakXe MOMe3Ho OJis
NPodUNaKTUKM YKa3aHHbIX Bbille 3aboneBaHum®*.

OnHako U3 oMera-6 CUHTE3MPYIOTCS CUMbHENLIME BOCManuMTesibHble MpOCTaraHAVHbI, B TO BPeEMS Kak U3 oMera-3 -
NpOTMBOBOCMANUTE bHbIE. [TO3TOMY O4YeHb BaXHbIM MOKAa3aTeNeM SIBNSETCS COOTHOLWeEeHue Mexay omera-6 v omera-3
(MHOekc oMera-6/omMera-3). ONTUManbHO 3HadeHue mHoekca 5-10/1. M36bbiTok oMera-6 no cpaBHEHUIO C oMera-3 MOXeT
YCUNUTb BOCTaNIUTENbHbIE MPOLECChl, @ TakXKe CHU3UTb MNPOPUIaKTUYECKYIO W TepaneBTUYeckylo 3PdeKTUBHOCTb
oMera-3. Kpome Toro, oMera-6 MoryT crnocobcTBoBaTb HAbopy Beca 3a CHET XMPOBOM TKaHU. [M03TOMY KOHTPO/b MHAEKCA
oMera-6/oMera-3 BaXeH Mpu npuemMe OUONorMYeckn aKTUBHbIX O06aBOK, a Takke MpU FeHETUYECKMX HapyLeHUsX
npeBpaLLeHNs MONTMHEHACHILLEHHDBIX XXMPHbIX KACNOT.

NccnenyeMble reHbl

FADS1

KopoupyeT pecatypasy XUPHbIX KUCIOT, KaTalU3MpYOLLYo 3KCrpeccrpyeTcs BO MHOMMX TKaHSAX, HO MakKCHMMaslbHO —
peaKu,wo CNHTE3a aanM,D,OHOBOl)'I KWNCOTbI n B Hagnove4vyHnkKax, Mo3re, neyeHum. |_|OJ'IMMOp¢VI3M B 3TOM
3VIKO3aI'IeHTaeHOBOVI KUCNOTbl M3 oMera-3 m oMera-6 reHe CBdA3aH C HapymeHmeM MeTa60)'IVI3Ma oMera-3 um
npeagwecrseHHMKOB. B 60ﬂbLIJeVI Z0a1% MeHbLIJeVI creneHum oMmera-6 NOTMHEHAaCbIWEHHbIX XXUPHbIX KNCOT.
3akJiroyeHmne

leHeTUYecKU aHanmMsa rnokasar, YTo y 06C/ieayeMoro BbisiBNieHa NMpenpacrioNoOXeHHOCTb K CpeaHeN CKopocTU
MeTabonuama omera-3 1 oMera-6.



ObcnegoBaHUS

PekoMeHpyeTcsa NpoBepsTb MHOEKC OMera-6/omera-3 y obcrienyemMoro. Takke BO3MOXHbI Apyrie npodunakrTuyeckme
obcnenoBaHusa nunuaorpamMmma (YypoBeHb Tpummuepuraos, JITTHI, JTTBIM, 06wy xonecTepmH KpoBu) B COOTBETCTBUM C
pekoMeHpaumaMn pasgenos «XonectepuH JTTHIM», «XonectepuH JTBIM», «YpoBeHb TPUMULIEPUOOB», «ATEPOCKIIEPO3»,
«BonesHb AnbLrenMepa» OaHHOMO OTYeTa.

PekoMeHOaLmMM No npopuiakTmke

O6cnenyeMoMy pekoMeHayeTCsl YBE/IMYUTb B PaLMOHE KOMYECTBO MPOOYyKTOB, 60raTbix oMera-3, npy Heo6XoaAMMOCTU
BO3MOXEH [OMONHUTENbHbIN MPUEM BUONOrMYeckn akTUBHbIX 40OaBOK, coaepxalmx omera-3 MHXK*,
HenocpeacTBeHHble peKOMEHAALMM MO PaLUMOHyY AaHbl B pasaenax «OMera-3» n «OMera-6» notpebuTenbckom Bepcmm
otyeTa. Takke obpaTuTe BHMUMaHME Ha peKoMeHOaLmm B pasaenax «bonesHb AnbLrenMepa» U «ATepockiiepos» OaHHOMo
ot4yeTa U «TpaHCKMPbI» NOTPEBUTENbCKON BEpCUM OTHEeTa. PEKOMEHOOBAHHOE K MOTPebneHnio KonmM4yecTso oMera-3 -
1,5-2 r B cyTkW, oMera-6 Heo6xoaMMO HasHa4aTb B COOTBETCTBUM C pe3y/isTataMm KITMHUYECKUX MCCNeaoBaHnA U
CUMMNTOMATUKOM (eC/n ecTb)*.



[TMLeBble HENEPEHOCUMOCTH

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

MNpvBEPE/IMBOCTb B €€ He BCerga 3aBUCUT OT CaMuX MPOOYKTOB MUTaHWS WK
M36a10BaHHOCTW. MHorme noan MNCMbITbIBAlOT MNOCTOAHHbIE I'IpO6}'IeMbI C
MULLEBAPEHMEM U3-3a MFEHETUYECKOW HEMEPEHOCKMOCTM HEKOTOPbIX MpoaykToB. B [JHK-
TecTe WCCNeaytoTCs eHbl, OTBevalowme 3a OTAeNIbHble XMMMYECKMEe MnpoLuecchbl B
OopraHmMame, KOTopble CBSA3aHbl C MCMOIb30BaHWEM, HAKOMEHMEM WM pacluernsieHnEM
TEX N VHbIX BELLECTB.

3HaHVe VHOVBMOYarbHbIX MEHETUYECKMX OCOOGEHHOCTEN MO3BOJISIET OMPEemdennTb, Kak
Ball OpraHM3M pearvipyeT Ha HekoTopble MpOoOyKTbl. B 4YacTHOCTW, paccMaTpuBatoOTCS
Hanbonee pacrpoCTpaHeHHbIe MPO6eMbl — peakLmsi OpraHM3Ma Ha NakTo3Y U [TIHOTEH.
MyweBble HEMNEPEHOCUMOCTN 6e3 CBOEBPEMEHHOIO NeYeHUss U NPOGUNAKTUKN MOTyT
NPOBOLMPOBAaTb pPasBUTUE CEpbe3HbIX 3a00NeBaHUM, Cpeay KOTOPbIX - HapylueHUs
paboTbl MULLEBAPUTENBHOrO TPakTa, OepMaTosiorMyeckme 3abosieBaHWs, HepBHble
pacCTpPOMCTBa, MPOGIEMbI C BECOM.
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@ J1lakTa3Hag HeOoCTaTOYHOCTb

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH MNMonumopdpuam MeHoTn YacToTa PesynbTat SddekT
MCM6 MpenpacnonoXeHHOCTb K HU3KOMY YPOBHS
(LCT) rs4988235 c/C 41% 3KCMPEeccum nakTasbl BO B3POC/IOM 6 6

BO3pacTe

PacliennieHe MOMOYHOro caxapa (/1akTo3sbl) CBA3AHO C aKTMBHOCTbIO (depMeHTa JiakTasbl. BpoXaeHHoe CHWXeHWe
aKTVMBHOCTWM J1aKTasbl — BPOXAEHHasl MMMonakTasus - SBASeTCS PedKoM MNaTosiorvMen M HacnedyeTcs Mo ayTOCOMHO-
peLeccMBHOMY MexaHu3My. B HopMe B MniafeHYecTBe KOHLIEHTpaLMs 3TOro GepMeHTa HaxoomTCs Ha BbICOKOM YPOBHE, C
BO3PAacTOM OHa MOXET MOCTEMNMEHHO CHUXAaTbCS, HO Y YaCTM HaceseHUst OCTaeTCs MOCTOAHHO BbICOKOM.

CoxpaHeHne OYHKUMM NaKTasbl CBA3aHO C MOMMOPPU3MOM B PErysiTOpHOM y4dacTke reHa pdaHHoro depmeHTa. [pu
NaKTasHOM HegoCTaTOYHOCTU (MM HenepeHoOCUMOCTU NakTosbl, E73 no MKB-10) naktosa He pacluensiseTcs B TOHKOM
KULLEYHWKe 1 nonagaeT B TOMCTbIW, rae nop, AeUCTBUEM MUKPOBMOTBI pasfaraeTcsi C 06pasoBaHMEM MOSTOYHOW KUCIOTbI U
rasoB, UTO MpPUBOOUT K MpobrieMaM C MULEBapeHUEM SO0 K PasMHOXEHMIO MaTOreHHOM MUKPOGIopbl U PasBUTUIO
BOCMa/IUTE/IbHbIX MPOLIeCCOB.

KonnyectBo HaceneHusi C NakTasHOM HeOOCTaTOYHOCTbIO pasfinMyaeTcs B 3aBUCKMMOCTM OT pervoHa W monynsiumu:
Weeuns, OaHua - 3%, OuHnaHoms, LWeenuapusa - 16%, AHmna - 20-30%, PpaHumsa - 42%, cTpaHbl KOro-BocTtouHon
A3, appoamepmkaHubl CLLA - 80-100%, eBponelickas YacTb Poccun - 16-18%.

NccnepyeMble reHbl

MCM®6 (LCT)

leH LCT kogupyeT depMeHT fakTasy U aKCrnpeccmpyeTcs
B KuWeYHuKe. Viccnenyembii NonMMop®r3M pacrionoXeH
He HenocpencteBeHHo B reHe LCT, a B reHe MCMG,
KOAMPYIOWEM  pernyiMkaTuBHbIM - dakTop rpyrrbl  MCM,
HEeoOXoauMbIM oS  CTaduM  MHULMALMA - pensivKaumm
reHoma. B MHTPOHHbIX obnacTtax reHa MCM6 mmeetcs 2
pPerynsTopHbIX (3HXaHCEPHbIX) parioHa ans reHa LCT.

B HOpMe aKTMBHOCTb JlakTasbl C BO3pPacTOM YyracaeT,
OOHaKo NoIMMopdU3M MCM6(LCT) cBsA3aH c
COXpaHEHMEM ee aKTMBHOCTU WM CMOCOOHOCTU yCBaMBaTb
MOsoKO. YacToTa MonMMopdHOro annens B eBpOremnckom
nonynaumn - 50,8% (no paHHbIM npoekTa «1000
reHOMOB»).

3akJiroyeHmne

[eHeTUYeCcKUM aHams BbISBA Yy o6cr|e,u,yeMoro npeapacrnoyioxXeHHOCTb K HenepeHOCMMOCTU MOJTOYHbIX NPOoaYyKTOB, YTO
MOXeT npmBeCTn K MeTeopmaMy N BOCNasinTesibHbIM NpoLecCaM B XeNnyao4YHO-KULWLEeYHOM TpaKTe.



ObcnegoBaHUS

B cnyyae npobneM ¢ nueBapeHneM B OTCYTCTBME MOTPEOIEHNS MOMTOYHbBIX NMPOAYKTOB HEOOXOOMMbI OOMOHUTENbHbIE
obcnenoBaHWs (Coaep>KaHve YITeBOOOB B Kane, COAepXKaHMe BOOOpOOaa/MeTaHa B BblObIXaEMOM BO3a4yXe, Guoncus
BOPCUHOK KMLIEYHMKa C OrnpeaesieHneM akTUBHOCTM NakTasbl). [py HEO6XOAMMOCTY pEKOMEHAOBaH NPMEM NpenapaToB
nakTasbl.

PekoMeHOaLmMM No npopuniakTmke

O6cnenyeMoMy crieflyeT OTKasaTbCsl OT YroTpebneHus Takmx NPoayKTOoB, Kak Lie/bHOe, CyxXoe, CryLeHHOe MOJIOKO M
cnmvBkM. KMCNOMOoYHble MpoayKTbl (CMeTaHa, BapeHeLl, pshkeHKa, kedup, TBOPOT, Cbip 1 Op.) coaepXaT He3HauUTelbHoe
KOMMYECTBO JTaKTO3bl, Yallle BCEro B GpepMeHTUPOBaHHOM GopMe, MO3TOMY OHM AOMYCTUMbI, UX UCKIOYaTb He
pekoMeHayeTcsl (HeO6X0OMMO OPUEHTUPOBATHECS Ha MHOMBMOYa/TbHYIO NMEPEHOCUMOCTb KaXaoro NpoaykTa B
OTAENBHOCTU). TakKe MOXHO YNOTPebsTb HU3KOMAKTO3HOE UM PacTUTENIbHOE MOJIOKO (MUHAAIbHOE, KOKOCOBOE,
pUCOBOE, KeapoBoe). B cyyae HenepeHOCMMOCTH 6e/KOB KOPOBLErO MOJIOKa PeKOMEHOYeTCs MOMHOCTbIO OTKa3aTbCsA OT
MOJTOYHbIX MPOOYKTOB.



% HenepeHOCMMOCTb MIOTEHA

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH MNonumopduam  leHotun  YacTtoTta Pesynbtat SddekT
MPenpacronoXeHHOCTb K YBEMMUEHMIO
HLA-DQ2.2 rs2395182 T/T 66% UYBCTBUTENBHOCTU K FMaaNHY He ® ®
BbISiBNIeHa
MPenpacronoXeHHOCTb K YBEMMUEHMIO
HLA-DQ2.5 rs2187668 G/G 80% YYBCTBUTENBHOCTU K FMaANHY He ® ®

BblAAB/IeHa

[MioTeH M CBA3aHHbIe C HUM 6efkK, MPUCYTCTBYIOWME B MWEHULE, PXW, sSUMeHe 1 oBce (ecnu He yaanocb msbexaTtb
rnpyMecy MWeHULbI), SBNSIOTCA BHEWHUM TPUITEPOM BO3HUKHOBEHUS Lienvakmn. CredyeT pasnmnyaTb HernocpedcTBeHHO
LeSIMaKMIO, anfeprio Ha MWeHWLy U He acCOLMMPOBAHHYIO C LEeNMakuMen rmnepyyBCcTBUTEbHOCTb/HENEPEeHOCUMMOCTb
moTeHa. Llenvakus sensietcs 3abonesaHveM (K90.0 no MKB-10) 1 onpenensieTcs Kak «XpoHMYecKasi ornocpenoBaHHas
VIMMYHHOW CUCTEMOM 3HTepodarmsi TOHKOrO KMULIEYHMKa, MpOoBOLMpYyeMasi noTpebrneHreM MmioTeHa Yy reHeTUYecKu
MpPeapacrnonoXeHHbIX WMHOMBMAOB» C XapaKTEPHbIMU MaToONOrMYeckMMy MopdOnormyeckMMmn M3MeHEeHUsSMU BOPCUHOK
TONCTOrO KuweyHuKa. Mpy rMnepYyBCTBUTENBHOCTU K MIOTEHY, HE CBSI3aHHOW C LiefIMakmen, ceponiormyeckme MapKepbl
ayTOMMMyHUTETa (KaK Mpw LieSIMakum) Unu anneprm oTcyTCTBYIOT.

PacrnpocTpaHeHHOCTb UenmMakumi B mnonynsumm BapbupyeT oT npuMepHo 1:100 go 1:300 B pasHbiX 4acTsx Mupa.
HenepeHoCMMOCTb  MOTEHA XapaKTepuM3yeTCs BbICOKOM HacriepyeMmMocTbto - 69,8%. Lenvakms BO3HMKaeT B
MNOAaBMsAOWEM BOMbIUMHCTBE CrlyYaeB Yy obcnenyemblx, 3KCNPEeCCUPYIOWMX TaBHbIA  KOMIMIEKC MMCTOCOBMECTUMOCTM
(MHC) knacc Il yenoseueckoro nevkoupMTapHoro aHTureHa, HLA-DQ2 (npuMmepHo y 95% obcnenyeMbix), OoHako crepyeT
MOMHWUTb, YTO HanM4me annenemn pucka HLA - 3To HeobXxoauMbI, HO HE OOCTaTOYHbIM GaKTOP O/1st Pa3BUTUS LieIMaKMN.

Takxe BbisiBneHo 6onee 100 apyrvix He-HLA reHoB, MonmMMopdr3Mbl KOTOPbIX B 6OMbLIEN WU MEHbLUIEN CTEMEHWN CBA3aHbI
C pas3BUTMEM HEMEPEeHOCKMOCTU TIOTEHa.

Puck passuTUSi Lienivakmm 3HaunTEIbHO MOBbIWEH Y NINL, C CaxapHbiM AnabeToM 1-ro Tvna U ApYriMyU ayTOMMMYHHbIMMW
3aboneBaHVsMK, CUHAPOMOM [layHa M MHOXECTBOM ApYrX acCOLMMPOBaHHbBIX GonesHewn.

NcecnepyeMble reHol

HLA-DQ2
KooupyeTt Monekyny MaBHOro KOMMJiekca OnpepeneHHble BapuaHTbl reHa HLA-DQ (B 4acTHOCTW,
MCTOCOBMECTUMOCTU Il - YenoBeYvecku NemMKoLMTaPHbIA HLA-DQ2.5, HLA-DQ2.2) CBSA3aHbI [@ BbICOKOW

aHTureH (Human Leukocyte Antigen, HLA). Knactep HLA
pacrnonoxeH Ha xpoMocoMe 6 uvenoeeka. Cuctema HLA
OTBEYaeT 3a eHeTUYECKUN KOHTPOsb B3aMMOLENCTBUS
BCEX MMMYHOKOMMETEHTHbIX KNeToK  OpraHu3ma,
pacrno3HaBaHME CBOMX W YyXXepoOHblX KIETOK, 3arnyckK M
peanv3aumio MMYHHOIO (B TOM YMCie ¥ ayTOUMMYHHOTO)
oTBeTa.

UYBCTBUTE/IbHOCTbIO K [TIIOTEHY W WCMOMb3yoTCca Os
reHeTUYEeCKOM OMarHOCTUKM HEMNEPEHOCUMOCTU TIOTEHa/
UenMakmy.  AHTUFEH-Mpe3eHTYoWmMe KNeTKW, Hecylme
HLA-DQ2 B KOMMiekce C  Oe3aMMHUMPOBAHHbLIMU
nenTugamMn  muaguHa, nNpeacTaBnstoT  aHTUreHbl  T-
KeTkaM, 4YTO TMpMBOOUT K 3arycky XpPOHWUYECKOro
BOCMa/ieHUs1 B CIIU3UCTOM TOHKOW KULKW U PasBUTUIO
Lenmakmn.



3akJioueHue

Y O6C}'Ie,EI,YEMOFO He BbidBNeH PUCK pa3BUTUA LeTMakKnK, BO3HUKHOBEHNE HENepeHOCUMOCTU MI0TEeHa ManioBEepPOATHO U
He UMeEeT KIIMHUYECKOro nposiBrieHns. OOHaKo Lenvakmsa SBnseTcs MHOFOd)aKTOprIM 3aboneBaHveM, 1 npum
BO3HMKHOBEHNM CMMIMTOMOB HEMEPEHOCUMOCTU MKOTEeHa peKoOMeHO0BaHbl OOMNOJTHUTE IbHbIe obcnenoBaHUS.

ObcnegoBaHUS

MpY NOSIBNEHUM CUMMTOMOB HEMEPEHOCUMOCTU MOTEHa HEOBXOAMMbI AOMONHUTE bHbIE O6CIeA0BaHNS: aHaM3bl
CbIBOPOTKM KPOBW Ha aHTU3HAOMU3MasbHble (EMA) aHTUTena 1 aHTUTeNa K aHTUTKaHeBOM TpaHcmyTaMuHase (anti-tTG),
aHTUTEena K muagmHy (anti-DGP 1gG m IgA). MNMockonbky Lenvakms SBrseTcs MynsTUhakToOpHbIM 3a6oeBaHMEM,
noTpebyeTcst MpoBeAeHWE OOMOMHUTENbHBIX FEHETUYECKMX TECTOB [J19 aHanm3a ApYyrx GpakTopoB prcKa
HernepeHoOCMMOCTU TitoTeHa/Uenmakmm. ECiv ouarHoCTVKa NoaTeepant GakT Haryms SBHOM UM CKPbITOM MULLEBOM
HernepeHoOCMMOCTU TIoTEHa, 06CNefyeMOMY HEOBXOAMMO UCKITIOUUTD Ero U3 paLmoHa.

PekoMeHaaLmm rno npodunakTmke

Mockonbky y ob6cnenyeMoro rnpeapacrnonoXeHHOCTb K LeNMakiy He BbiSBIEHa, A1 HEro BO3MOXHO BK/IKOYEHME B PALMOH
MPOAYKTOB, COAePXXaLLMX MOTEH: /TI06bIX 3/1aKOB (POXb, AYMEHb, MIUEHKLA, OBEC, BCE KPYrbl) U USAENUN U3 HUX B
npefenax peKoMeHaoyeMbIX eMy HOPM 6e/1KOB, XXMPOB M YITIEBOAOB.



ButaMuHbI

ButamMyHbl - oOpraHudeckre BeLwecTBa, obragalowme  BbICOKOWM  BUMONMOrMYeckom
aKTMBHOCTbIO 1 OTBeYaroLlme 3a BCe OOMeHHble npouecchbl B OpraHn3me.

BOMbWMHCTBO BUTaMUHOB He CUHTE3NPYIKOTCA B OpraHM3Me 4esioBeKa, NMo3TOMY OHMU
OOJIXXHbI perynapHO 1 B JOCTaTOYHOM KOJM4yecTBe NOoCTynaTb B OPraHi3Mm C nULLLEer 1nn
B Bnae BMTaMNHHO-MMHEPasibHbIX KOMIMJTIEKCOB U NMULLEBbIX no6aBoK.

CyLWeCTBYIOT FeHeTUYEeCKMe MapKepbl, KOTOPble MOMyT FOBOPUTb O MOBbILEHHOMN
NOTPEBHOCTN OpraHMaMa B OMpeneneHHbIX MUKPOHYTPUEHTax - BUTaMUHaX U
MUHeparnax. HekoTopble MyTalmm B reHax NPUBOASAT K CHDKEHMIO YPOBHS HEOBXOOMMbIX
BUTAaMMHOB U MUKPO3/IEMEHTOB, a@ HEKOTOpble CMOCOB6CTBYIOT WX  USMULWHEMY
HaKoM/IEHNIO B OpraHmaMe. o pesynbTataM aHa/in3a COOTBETCTBYIOLMX MEHOB MOXHO
onpenenvTb, Kak MpOTEKalT B OpraHM3Me MPOLECChl YCBOEHMS MOJIe3HbIX BELLECTB,
npyu Heo6XOOMMOCTM CKOPPEKTUMPOBaTb MUTaHME B CTOPOHY YBESIMYEHUS WU
YMEHbLUEHMSA HEKOTOPbIX MPOAYKTOB UM HasHaunTb ob6cnenyemMoMy npvem BAL.
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‘ MeTabon1M3M KapoTUHOMAOOB

Pe3yn bTaT reHeTu4eCckoro aHasim3a

leH MNonumopdpunam lreHotn  YacTtoTa PesynbTtaT AdPekT

MpenpacronoXeHHOCTb K 3HaUMTENTbHOMY
BCMO1 rs12934922 T/T 14% CHUXEHMIO aKTUBHOCTU B-KapoTuH-15-15'- 6 6

MOHOOKCUIreHasbl 1

ButaMyH A - >XMpPOPacTBOPUMbIA BUTaMUH, MPEeACTaBNEHHbIM MPYNNoM CXOOHbIX MO CTPOEHUIO BELLECTB — HEeKOTOPbIMM
KapoTUHOMAAMU U pPeTUHOMOM. [lepBble SBNSIOTCH HEaKTVMBHOM (GOPMOM BUTaMMHA U HYXAAOTCA B AOMONHUATENIbHOM
npeobpasoBaHnM C MoMoLblo B-kapoThH-15,15’-MoHookcureHasbl (BCMOT). KapoTuHoMabl cogepXaTcs B pacTUTE bHbIX
npoaykKTax (TblkBa, MOPKOBb, perna, 6aHaH 1 Op.), @ PETUHOM — B XXMBOTHbIX.

BcacbiBaeTca MeHee 20% B-kapOTWHa, MOCTYMMBLIErO C MUWEN. YCBOEHME KapOTWMHOMAOB [MOBbILAETCs Mpw
ynoTpebneHmm ux COBMECTHO C Xuvpamu. [anee, B 3aBMCMMOCTM OT akTmBHOCTM depmeHTa BCMO1, koTopas
onpenensieTcsl reHeTUYeCKN U MOXeT BbITb CHWXeHa Ha 30-70%, NMPOUCXOANT KOHBEPCUSI KapOTWMHOMAOB B PeTUHASb.
®DepMeHT KaTanmampyeT 1-10 CTyneHb NpeBpaLLeHMs MOCTYMaloLWero ¢ nuvier B-kapoTnHa B BUTaMUH A NpenMyLLeCTBEHHO
B 3MNUTE/IMM CM3MUCTOM TOHKOrO KuWweYHWKa. lMpu paclwennernn B-kapoTuHa obpasyeTcsl peTuHaslb, KOTOPbIA 3aTeM
BOCCTaHaB/MBaETCs OO PETMHOMa NMBO OKUCISIETCS OO0 PETUMHOEBOM KUCMOTbl. 3aTeM W3 peTuHOMa CUHTE3UpYoTCS
a¢upbl PeTUHOMa, KOTOpble B BUAE XWIOMWKPOHOB TPaHCMOPTUPYIOTCA B nedveHb. PepMeHT crnocobeH paclennsTb
KapOTUHOMADI, CHMXast UX KOHLIEHTPaLUMIO B MNJla3Me, OOHaKo He B KaXAOM Cllydae obpasyeTcs akTvBHasi GopMa BUTaMVHA
A

Cpeoy 61MOXMMUYECcKNX GYHKLIMM BUTaMMHA A BbIOENSOT y4acTue B 3KCMPeccu MeHOB, CBSI3aHHbIX C YYBCTBUTENIbHOCTHIO
KNeTOK K FMOPMOHaM M POCTOBbIM ¢akTopaM, MO3TOMY AebULIMT HYTPUEHTA CKa3blBaETCS Ha COCTOSHWWM 3MUaepMuca m
CNUBUCTBIX OBONToYeEK, Mponudepaumm UMMYHHbIX KITETOK, XPSLEBOM M KOCTHOM TKaHsX. [Apyras GyHKUMS peTuHans
3aK/toyaeTcs B obecriedeHnn GOTOXMMUYECKOro akTa 3peHus. [OMoNHUTENbHO BUTaMUMH A MOXeT MopnoepXmBaTb
AHTUOKCUOAHTHYIO 3alUMTy KNeTKW. HepocTaTok Xenesa M LUMHKa, yXyAweHue OTToKa XXenyM, OCOBEHHOCTU OMETbl U
HEeOBNarornpusATHbIA TEeHOTUIM MOBbILAIOT PUCK PasBUTUS AePULMTHBIX COCTOSIHUM U COMYTCTBYIOLWMX HapyLeHWA -
YXYOLWEHNS 3pEeHUs, PasMsrYeHns poroBoM OBONOYKM 71333, MMNepKepaTosa, YacTbiM BUPYCHbIM U GakTepuanbHbIM
3360n1eBaHUAM.

NccnepyeMble reHbl

BCMO1

KooypyeT  depMeHT  B-kapOTWH-MOHOOKcUreHasy 1, A MoXeT 6biTb 06pa3oBaH M B pe3yfisraTe pacluernsieHust
KOTOpbIM B  OpraHuaMe 4esioBeka Yy4yacTByeT B Q-KapoTWHa U B-KPUMTOKCAHTMHA, KOTOPblE COAEPXaTCs B
rnpeBpaLLleHN KapOTUHOMOOB B PETUHON - aKTUBHYIO TblKBE, TOMaTax, Mananve, [OblHe, KyKypy3e, narnpuke u
dopmy BuTammHa A, DepMeHT 0bnagaeT  y3kom HekTapvHe. [lonnMopduaM MNpUBOOUT K  CHWDKEHMIO
cybCcTpaTHOM  crneundUYHOCTbIO.  JKCrpeccrpyeTcst B CKOPOCTM  paclwennenns KapoTuHougoB. [lpy 3ToM
OCHOBHOM B TOHKOM KMLUEYHVKE W OBEHaOLaTUNEPCTHOM 3aMe/IfeTCs KOHBEepCUsl MpoBUTaMMHa A B aKTUBHYHO
KULLKE, pexe — B TONICTOM KULIEYHMKE, XenyaKe, noykax, dOpMy  HYTPWUEHTa, YTO CrOCOGCTBYET  pPasBUTUIO
XenyHoM nysbipe. BCMO1 kaTanusmpyeT NMMUTUPYIOLLYIO rMnoBUTaMmMHO3a. HexeBaTka BuUTaMMHa A MoOBblWaeT
CTauIo 3TOro npoLecca - OKUCIIUTENIbHOE pacllernsieHve IKCMpeccunio  reHa, HO 3TOro  HeAOCTaTO4YHO, YTOObI

B-KapOTMHa Ha OBe MOJieKysibl TpaHC-peTuHang. ButammH YCTPaHUTb neduumt HYTPUEeHTa.



3akJioueHue

[eHeTUYeCKNN aHan13 nokasasn, uYTo Yy o6cnep,yeMoro BbiFB/1IeHa 3Ha4YMTEe/IbHO MOBbIlWEeHHaA NpeapacrnoioXXeHHOCTb K
HapyweHno MeTabonmama KapOTUHOMOOB U PasBUTUIO MMMOBUTaMMHO3a A.

ObcnegoBaHUS

[nsi NpodUNaKTVKM MNOBUTaMNMHO3a M KOHTPOJSA KapOTMHOMOOB B OpraHMaMe o6cnelyeMOMy PEKOMEHAYETCA perynspHO
MPOBEPSATb YPOBEHb GeTa-KapoTUHa M PETUHONA B KPOBU. MpW MOBbILLEHUN YPOBHS 6eTa-KapoThHa peKOMeHayeTcs
COOTBETCTBEHHO CKOPPEKTUPOBAaTh PaLMoH obcrienyeMoro*. CreqyeT yumTbiBaTh, UTO N3ONMPOBAHHOE orpeaesieHne
KOHLIEHTpaLMM pPETUHOMA MMEET OrpPaHMYEHHOE KITMHMYECKOe 3HaYeHMe, MO3TOMY /1A MPaBUIbHOM OLEHKU 1 KOPPEKLIM
COCTOSHUSI 06CNelyeMOro PEKOMEHAYETCS YUUTbIBaTb CUHEPTU3M U aHTarOHM3M OPYrX BUTAaMUHOB U MUKPO3/IEMEHTOBY.

PekoMeHgaLmm rno npodunakTnke

O6cnenyeMoMy He pekOMeHAyeTCsl yroTpebiaTh B 60/bLIOM KONMYEeCTBe NpoayKTbl, 60raTble KapoTMHOMOAMK, MOCKObKY
OHM MJIOXO NpeobpasytoTcs B BUTaMMH A. OOHaKO Mpy 3TOM eMy He PEKOMEHAYETCS MOsHbIN OTKa3 OT yrnoTpe6neHus
KapOTUHOMOOB (COAEPXXaTCsA B TakMX MPOAYKTaX, Kak MOPKOBb, KPaCHbI MepeLl, Karnycra, NeTpywka, Tbikea, 6aHaH, TOMar,
MaHOapWH, FOPOX, WMAMHAT, 6aTaT, pera, HeKTapuH, AblHsl), Tak Kak OHW BbIMOMHSIOT aHTUOKCUOAHTHBIE GYHKLMN.
O6cnenyeMoMy BakHO TakKe perynspHO yrnoTpebsaTb NPOoayKThl, coaepXalume BUuTaMmH A B 4OCTYNHOM ¢dopMe: neyeHb,
VIKPY, C/TMBOYHOE Macsio. PekoMeHayeTCs AOMNOMHUTESbHbBIN MPUeM peTuHOMa B KadecTBe BALL K nuie no cxeme,
HasHa4YaeMoW CreumanMcToM®,



‘ MeTabonmam BuTtammHa D

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdpunam FeHoTUn YacToTa PesynbtaT SddekT
VDR |'S154441O G/G 31% Bblicokas mnoTHOCTb pl(;Ll,eI'ITOpOB K BUTaMUHY @ @
ButaMmH D - >XMpPOPaCTBOPUMbIM BUTaMUH, MNPEeOCTaBNeHHbI OByMst dopMaMu - 3prokanbumdeponom (D2) u

xonekanbumdpeporniom (D3). Oba BapyaHTa MOXHO MOyYaTb U3 MWW, BUTaMuH D3 opraHmMaM criocobeH BbipabaTbiBaTb 13
MPOM3BOAHOIO XonecTepuHa nop gencrevem YO-nydein B-cnektpa (11:00 - 14:00). PasHoBuaHOCTM BUTaMMHa D mMetoT
CXOOHOE CTPOEHUE U PasHYo CKOPOCTb NMpeobpasoBaHUsi B aKTUBHYO GOpMyY - Kanbuutpuon (y BuTammHa D3 oHa Bblwe).
3aTteM OH cBs3blBaeTCA C 6enkom nnasmbl kposs VDBP, M npoucxoouT [OCTaBka BUTaMMHa B MedveHb Ofis
npeobpasoBaHUs B KarbLMOMOI, KOTOPbIM NpeobpasyeTcs MoYkaMuy B KaibLIUTPUOIT.

MoctynmB B TkaHW, BUTaMMH D cesAsbiBaeTcs C peuentopom VDR. VY ButammHa D cywectByeT 605blioe KOMMYECTBO
YHKUMI: OH perynvpyeT BblpaboTKy LIMTOKUHOB, aHTUMUKPOBHbIX MEMTUAOB, CO3PEBAHNE MMMYHOKOMMETEHTHbIX KIETOK,
oM depeHUMPOBKY KETOK 3MUTENUS U BOMOCSHbIX (DOMNKYSIOB, KOHTPONMPYET paboTy FeHOB, OTBETCTBEHHbIX 3a
perynsaumio apTepuasnibHOro AaeneHus, obMeHa Kanbumsa u ochopa, v apyrmx. [ns ycBOeHWss MOCTYMaloWero € nuLiem
BUTaMMHa D HeobxoayMo He TOMbKO ynoTpebrneHne ero BMecTe C XMpaMu, HO U OTCYTCTBUE HapyLLEeHWN 0Bpa3oBaHms U
OTTOKa Xenuu.

Mp1eM HEeKOTOPbIX MpernapaToB, B TOM YUC/E [TIIOKOKOPTUMKOMAOB, aHTUPETPOBUMPYCHbBIX MPEerapaToB, aHTUMUKOTUKOB,
XONeCTUPaMnHa, MOBbILAET MOTPE6HOCTb B BuTaMmHe D. [dedbuupTHble COCTOSHUS XapaKTepU3YIOTCs PasBUTUEM
MWOMaTUM N OCTEOMOPO3a, CHUXKEHMEM YCTOMUYMBOCTU K BUPYCHbIM 3aboneBaHusM (B MeEpBYIO odepedb K rpurny),
YCUEHWEM BOCMaNUTESIbHbIX MPOLECCOB NpY Hann4mm 3aboneBaHnA M MOIyT CMOCOOCTBOBAaTb KaHLEpOreHesy.

NccnepyeMble reHbl

VDR
KoompyeT spoepHbin peuentop VDR (TpaHCKPUMLMOHHbBIN Mpn  nonvMopdmamMe  obpasyeTcs  HeOoCTaTo4YHoe
dakTOp), KOTOpbIN  CBA3bIBAET  KanbUUTPWON  OJ1s KONMMYECTBO  PeLenTopoB, HapyllaeTca  perynsaums

OCYLLECTBNEHNS PEryNsLmMM SKCMPECCHN MHOTOUNCIEHHbBIX
VDR-UyBCTBUTEMbHbIX MEeHOB. PeuenTtop K BUTaMuHy D
3KCMpeccnpyeTcs BO BCeX TKaHSX OpraHm3Ma C pasHoW
VHTEHCVBHOCTbIO, HO Hamboree aKTMBHO MPOVCXOAUT B
3HTEepouuTax, anvaepMmuce, KneTkax Kopbl
HaANOYE€YHNKOB, MNENOVOHBIX KeTKaX.

akcnpeccun VDR-UYyBCTBUTEbHBIX MEHOB U MPOTEKaHve
MPOLIECCOB, 3a KOTOPblE OHW OTBETCTBEHHbI (B YaCTHOCTW,
CTpagaeT M/IOTHOCTb MUWHEepanmM3aLmy KOCTHOW TKaHM).
MonvMop®dun3M MOBbIWAET CYTOYHYO MOTPEOHOCTb B
BUTaMuHe D.

3akJioueHue

[eHeTUYeCKn aHann3 nokasan, uYTo Yy o6cnep,yeMoro He BbIAB/IEH PUCK Pa3BUTNA 3aboneBaHnM 1 Hapyu.leHvu?l,
O6yCJ'IOBJ'IeHHbIX CHVDKEeHHOM YYBCTBUTE/IbHOCTbIO K BUTaMUHY D (paxmTa, OCTeonoposa, CHKEHUS UMMYHUTETa U

onddysHom anoneumm).



ObcnegoBaHUS

CO CTOPOHbI YyBCTBUTENBHOCTU K BUTaMUHY D 1 ycBOeHUS KanbLys MpoduiakTyka OCTeonoposa obcriefyeMoMy He
TpebyeTcs, KpOMe CrlydaeB Harln4ms 3aboneBaHni (MoYeyHast HeJOCTaTOYHOCTb, CaxapHbiv AMabeT, BOCManiuTesbHble
3a60/1eBaHNS KULLEYHMKA, HapYLIEHUS GYHKLMIA WMTOBUOHON M MapalUMTOBUAHbBIX Xenes) 1 AOMONHUTENbHbIX GaKTopoB,
TaKVX Kak BereTapuaHckoe nutaHue, KypeHue, rmnoavHaMus, HeJoCTaToK BeCa U oXupeHue®. MNpu Hannumm rnokasaHum

BO3MOXHO MpoBefeHMe o6crienyeMoMy OeHCUTOMETPUMN*. [LONOMHUTENbHO MNP HEOBXOAMMOCTM MOXHO caenatb Y3U
XEeNYHOro nysbips*.

PekoMeHOaLUmm no npodunakTmke

Y obcrenyeMoro He BbISIBNEHO HEOOXOOMMOCTW B AOMOSHUTENIbHOM MpuemMe BuTaMmnHa D. [s BOCMONMHEHMS ero
CYTOYHOW MOTPEBHOCTU PEKOMEHAYETCS PEryNspHO YNOTPe6sTb XUPHbIE BUAObI Pbibbl, SUUHDBINA XENTOK, Cbip, rpUbbI,
rneyeHb TPEeCKW, MoBSHXKbIO MeYeHb, C/IMBOYHOE Macro, CIIVMBKW, CMETaHy (€C/M HET MPOTMUBOMOKA3aHWIM Mo JIMUOHOMY
OOMEHY), OPOXCKU. Takke 651aronpuUsiTHO MonyyaTb BUTaMUH D ecTecTBEHHbIM MyTeM (COSTHEYHbIE BaHHbI), €Cnn HeT
MPOTMBOMOKa3aHWA. YTo6bl 0OPa3yoLWMINCS B 3NMaepMmce BUTaMH D MOr pacrnipenensTbcsi Mo BCEMY OpraHn3My,
HeobxoayMa dusmyeckasi akTMBHOCTb Mocne ceaHca 3arapa. MNMpu peduumTe BUTaMmMHa D pelueHve o AOMOHUTENIbHOM
rnpueMe 1 ero 4O3MPOBKY PEKOMEHAYETCS COMTIacoBaTh CO CreLmManvCTOM®.



%Y ) TpaHcnopT BUTaMmHa E

Pe3yn bTaT reHeTu4eCKoro aHasim3a

leH Monumopdusm  leHoTUN YacToTa PesynbTtaT AdPekT
MpenpacronoXeHHOCTb K CHKEHMIO
APOAS5 rs964184 C/G 25% rpoLecca yTMimMsaumm TpUrMLepuaos 13 ® O

KPOBSIHOTO pycra

ButaMyH E - XXMpoOpacTBOpUMBIA BUTaMWH, MPeacTaBneHHbIA MPYMMoM CXOAHbIX MO CTPOEHUIO BELLECTB — TOKOPEpOsroB.
BHYTpM OpraHMaMa OH He CUHTe3MpyeTCs, MOSTOMY €ero BaxHO Mony4YaTb C nuwer. CoaepXuTca B COEBOM,
MOOCONTHEYHOM, TOPUMYHOM W OPYrMX Macrax, B OpexaX M CEeMeHax, a Takke B MPOpPOCTKax MeHWLpl, OBCa, COW, B
MPOAYKTax XMBOTHOMO MPOUCXOXAEHWS. CHauana pactuTesibHble Macsa rmaponmayoTCsa SIMNAason B MPUCYTCTBUM XeYu.

Mocne BcacblBaHWS B TOHKOM KMLLEYHWKE BUTaMWH E CBSI3biBaETCS C TPaHCMOPTEPOM (TOKOGhEPO-CBSA3bIBaAIOWMIA 6EOK),
GOPMUPYIOTCSH YacTULbl XUITOMUKPOHOB, KOTOPbIE MOMagaloT B KPOBb U «MepefaloT» TOKOMEepOos NUMOonpoTeNHOBBIM
KOMrniekcaM. 3a MpoLecC BbICBOOOXAEHWSI TOKOpepona M3 XUIOMUKPOHOB OTBeYaeT GEepMeHT JIUMOonpoTeuHIvnasa.
BuTaMuH E BbINONMHSET psif, BaXHbIX GYHKUMM B opraHuaMe. lMepBas cBsidaHa C aHTUOKCWMOAHTHOM 3alUMTON KNEeTOK: OH
HEMTpanuayeT OpraHM4eckMe M HeopraHM4Yeckue Mepekncu U TakMM OBpasoM MPOTUBOCTOUT MEPEKUCHOMY OKUCIIEHMIO
JIUNMOOB M HEHACBIWEHHDBIX XXMPHBIX KMCTOT. [OMonHUTENbHO Tokodepon cnocobCTByeT BbipaboTke GepMeHTOB NepBoi
dasbl 4ETOKCHKALMM LMTOXPOMOB, NMepOKCMaa3s 1 KaTanasbl.

ButaMnH E MHMMBMpyeT OesTenbHOCTb HEKOTOPbIX GEPMEHTOB, peanmaytolmx peakumm okucrieHus (NADPH-okcraasy).
BTopas &yHKUMST HyTpWeHTa 3ak/itoyaeTcs B OO/erYeHuM CuUHTEe3a COKpaTUTeNbHbIX 6eskoB, 4YTO  ycKopsieT
BOCCTAHOB/IEHME MbIlLEYHbIX BOJIOKOH, BbIpabOTKy KosiareHa 6narogaps yBESIMHMEHUMIO 3KCnpeccun dakTopa pocTta
coeguHUTENbHOM TkaHW. KpoMe Toro, BuTamMuH E npensTtcrByeT arperaumy TpoMmboumToB. Tokodepon BaxeH s
NOAAEP>XXaHWS LIeNTOCTHOCTU MUETMHOBbIX 060/10MEK HEPBOB, CrepMaToreHesa, 3allMLaeT BUTaMUH A OT paspyLUeHUs.

NccnepnyeMble reHbl

APOAS5

KooypyeT anonunonpotenH A5, cBs3blBAIOWMIA 3GUpDI
XOnecrepona, WrpaeT BaXHylO ponb B  perynsaumm
MeTabonuaMa NMNMOoB. IKCMpeccupyeTcst TOMbKO B
neveHn. APOAS saBnsieTca CTPYKTYpPHbIM Ge5IKOM, BXOOUT
B COCTaB TakMX YacTuL, KaK JTMMOMNpPOTENHbI O4E€Hb HN3KOM
nnotHoctn  (JIMOHIT),  XMNOMMKPOHbI,  NNMONPOTENHDI
BbicOKOM  nnotHocTtn  (JTNBIM). APOA5  akTvBMpyeT
pepMeHT NIMMoNpPOTEUHNMMNAZY, CTOCOOCTBYET

MeTabonmaMy NMMOMNPOTENHOB C BbICOKMM COOepXKaHMeM
Tpumuuepmoos  (JTMOHIMT 1 xunommkpoHoB). APOAS
BIUSIET TaKkKe Ha CUHTEe3 Wu/Mnu  cekpeuuto Opyrmx
MNonpoTenHoB. onnMopduraM CBsi3aH C MOBbILEHVEM
ypoBHen JTTHI 1 TpyUmyuepUaoB B KPOBUW, UTO SIBNSIETCS
$haKTOpPOM pPasBUTUS ULLEMMYECKOM BonesHn cepaLia.

3akiroyeHmne

leHeTUYecKU aHanms rokasar, YTo y obcriefyeMoro obHapyXeH reHeTU4ecknii GakTop, CBA3AHHbIM C BO3MOXHbBIM
PUCKOM MOBbILLEHWS YPOBHS TPUMULIEPUAOB B KpoBUM (MogpobHee cM. pasgen "Tneptpumuuepunaemms”). CHKEH pycK
pasBuTUs fedbuumTa BUTaMMHa E B CBS3W C yBEIMYEHMEM €ro KOHLIEHTPaLIWMV B OpraHu3Me.



ObcnegoBaHUS

O6cnenyeMoMy pekoMeHOyeTCs MPOBEPUTb KOHLEHTPaLMIO BUTaMMHa E B KPOBW /151 UCKITIOYEHWS TUMO- U
rMNepBUTaMMHO3a, OCOBEHHO eCTM MMEeKTCS MPOBIEMbI B PENPOLYKTUBHOM chepe, MbilleyHast CiabocTb Unu Cyaopor,
YXyOLEHNE 3peHUs], aHEMUS, MOBbILEHHbIN XONEeCTEPUH 1 BbICOKOE AaBreHue*. XXenatenbHO TakKe NpoBepUTb YPOBHM

nunonpoteunHa A (JI (a)) v Tpumuuepuroos*.

PekoMeHgaumm rno npodunakTmke

O6crnenyeMoMy pekoMeHO0BaHO cHanaHCMpoBaHHOe NoTpebrieHne BUTaMMHa E NpenMyLLecTBEHHO B BUAE pacTUTESbHbIX
Macesn 1 opexoB. Puanonoryeckas NoTpebHOCTb B BUTaMmHe E coctasnsieT 10 Mr B cyTku*. He BbiSBEHO NOTpebHOCTU
B perynspHOM LOMOMHUTESIbHOM rMpueMe BUTaMmHa E, OaHako OH BO3MOXEH Mpu AeduumTe 4aHHOro BUTaMVHa B
paLOHe MO COITIacoBaHMIO C JIeYallyM BpayoM B PEKOMEHIYEMOM UM LO3MPOBKE™.



=% ) MeTtabonmsM BuTaMmHa B6

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTun YacToTa PesynbrtaT AdPekT

ALPL rs4654748 C/T A47% Hpe,ﬂ,paCI'IOJ'IO)KeHHOCTb K MOBbILIEHHOM @ e

aKTUBHOCTY LWenoyHowm docdaTasbl

ButamyH B6 - BOOOPacTBOPVIMbIA BUTaMWH, YCTOMUMBBIA K BO3AEWCTBMIO BbICOKMX TemnepaTyp, MNpeAcTaBleHHbIN
MUPUOOKCVMHOM U ero KodepMeHTHbIMU popMamMm (MpmraokcaMmHPOCPaToM M nmupuaokcanbdochaTom). MrUpUaoKCUH
cogepXuTcs B nepue yumnu, 6asunvke, 3nakax, neyeHu, mMsice, 60060BbIX U APYrux NpogykTax. buonormyeckn aktmeHast
$popma BuTamMmHa B6 nmpupokcansdocdat (PLP) obpasyeTcs 13 NMprOoKCrHa npyi MOMOLLM NMeYeHOUHbIX GepMEHTOB.

B KpoBOTOK BUTaMUH moragaeT B dopme PLP, 3ateM wenoyHas docdartasza oTwennseT dochaTHyo rpymny, v 3a cyeT
BblOENMBLUENCS SHEPTUM BUTaMUH MPOHUKAET B KIETKMW, rae MOBTOPHO $ochopumpyeTcs creumdrUyeckuMmn KiHasamm.
PLP HeobxoomM [/1 OCYWECTBNEHUS peakuui OeKapOOoKCUIMPOBaHUS, Oe3aMUHUPOBAHUS U TPaHCaMUHUPOBAHMS
aMVIHOKUCIIOT, M TakMM OOpa3oM OH MopaepxuvBaeT 6enkoBbii obMeH. Besa PLP He npowucxoguT obpasosaHue
npewecTBeHHWKa reMa (0-aMUHOMEBY/TIMHOBOW KUCIOTbI), 3aTPyOHEHO 0bpasoBaHWe fodamMuHa U3 NMpeawecTBEHHNKA, He
BO3MOXEH CUHTE3 HUKOTMHOBOW KUCIIOTbI M CEPOTOHMHA U3 TPUMTODaHa.

B nocnegHeM cny4dae nponcxoout HakonieHmne MeTabonuTta KNHYPEHMHa, 4YTO MOXEeT BbI3blBaTb WM YCUNIMBATb
nenpeccuto. PLP yuyactByeT B OBYX peakumsix OeTOKCUMKaLMM FOMOUMCTEMHE, B CUHTE3e rOpMOHa MesiaTOHWMHA,
HEeMpOMeamaTopoB CEPOTOHWMHA, FaMMa-aMWUHOMACISHOM KUCMOTbl WM MeamaTopa anfiepruyeckmx peakumii rmcTaMmHa.
ButaMyH B6 ynydllaeT YCBOEHWE HEHACbIWEHHDbIX >XMPHbIX KUCMIOT KreTkaMu. [pu HepoctaTtke 3Toro BUTaMKHa
BO3MOXHO MOSIB/IEHME CyXOro AepMaTuUTa Ha fivue, cebopen U Xennosa, a Takke OCaXkaeHUe KaMHEN B MoYKax.

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

FeHeTUYeCKUA aHanmM3 nokasar, YTo y obcredyemMoro cpefHun puUck passntms gedurumrta BuTaMyHa B6 1 cBsizaHHbIX C
HUM HapyLleHWM 6e51KoBOro obMeHa, 06pa3oBaHMio KaMHEN B MOYKax, HapyLWeHUsIM B paboTe HEPBHOM CUCTEMDI
(pasppaxuTenbHOCTb, 3aTOPMOXEHHOCTb, 6ECCOHHMLR) 1 CEBOPENHOMY OEPMATUTY.



ObcnegoBaHUS

O6crnenyeMoMy XernaTenbHO coaTh aHanms KPoBW Ha NMpUAOKCarb-5-docdaT, Npy HEOBXOOMMOCTU — aHaNM3 MOYM Ha
KCaAHTYPEHOBYIO KMCNOTY*. Takke BO3MOXHO HasHAY€HME OOMONHUTENbHbBIX O6Cne oBaHNIN®,

PekoMeHaaLmm rno npodunakTmke -

[N CHUKEHWSI pyCKa pasBUTUSI TMNMOBUTaMWHO3a B6 obcnenyeMoMy xenateneH AOoMONHUTENbHbIA KypCOBOW MpUeM
BUTaMUHHO-MUHEpPasibHbIX KOMIIEKCOB, MUCMOMb30BaHNE KOCMETUYECKNX CPeacTB U NpoBeAeHUE NHBEKLIMOHHbIX
npoLieayp, COAepXalUmx BUTaMUH B6*. MOMMMO 3TOro, pEKOMEHAYETCS PErysIsIPHO BK/IIOYATb B PaLMOH LieSIbHO3epHOBbIE
Kpyrbl, GUCTaLLKM, X1€6 13 MyKU rpyboro MoMorsia, YeCHOK, 6060Bble (€CNN HET MULLIEBOM HEMEPEHOCUMOCTU, CM. pasaen
«HenepeHocuMocTb mtoTeHa»). PekoMeHaoyeMas HopMa noTpebnerHns BuTaMyHa B6 npueefeHa B aHanorm4yHoOM pasgene
NoTPebUTENbCKOM BEPCUN OTYEeTa*.



‘ MeTabonmamM BuTaMmmHa BO

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdunsm  leHoTUN YacToTa PesynbTtaT AdPekT
npeﬂ,paCI'IO}'IO)KeHHOCTb K BbICOKOM
MTHFR rs1801133 Cc/C 51% aKTMBHOCTM @ ®

MeTI/IJ'IeI-FI'eTpaFI/I,EI,pOd)OJ'Iane,D,\/KTa3bI

ButammH B9 - BOgopacTBOpMMbIM BUTaMWH rpynnbl B, Bkilovaowmin npoussogHble $GOonmMeBon KUcnoTbl. [onadas B
opraHmsM, QonveBas KWUCIIOTa BCaCbiBAETCS B TOHKOM  KMUWEYHWMKE U B TEYeHM BOCCTaHaBNMBaeTCs OO
TeTparngpodponmesor (TFd). K TTD mMoryT depMeHTaTUBHO NMPUCOSANHSITLCS METUIbHAS, METUNEHOBas!, GOPMUbHAs Un
dopMuMmMHOBast rpynnbl. [lanee BO3MOXEH MEepeHOC [aHHbIX rpynn Ha OpyrMe CcoeavHeHUs, HampuMmep, rnepeHoc
MEeTUTbHOW PynMbl Ha aMWHOKUCNOTY FOMOUMCTEVH. B mpucyTcTBum BuTammHa B12 donmesas kucnota CtuMynvpyeT
3pPUTPOMO33, y4acTBYeT B CMHTE3e MypPVHOB M HYK/IEMHOBbIX KWUCMOT, PsAa aMUHOKWCIOT, B OOMEeHe XOmuHa UM MHOMUX
Opyrvx MeTabonmyeckmx npoueccax. ButammH B9 yuactByeT B MeTabonvaMe HerpoMeamaTopoB (CEPOTOHMHA,
MenaToHWHa, aapeHanHa 1 odaMmHa), BAMSIOLWMX Ha CaMOYYBCTBME U HACTPOEHMe YenoBeka.

MpreM NpoTMBO3a4aTOUHbIX, MPOTMBOOMYXOSEBbLIX MPENapaToB, CyNbdaHMNaMUO0B, aHTUOMOTUKOB U APYrvX MpernapaTos
6r1okMpyeT MeTabonmam GoMEBON KUCNOTbl M TakMM OBpasoM 3aTpyaHseT 6MonorMyeckoe OewncTere BUTaMUHa. [lpu
neduumte BUTaMmHa B9O npoucxoomnT yrHeTeHWe MpOoLIEeCCOB KPOBETBOPEHWSI M pPasBUTME MerasiobnacTtHoOM aHeMuu,
TPOMOOLIMTOMNEHUM, YXYALWAeTCA pereHepaumst KIeToK. [MOMMMO 3TOro, CHUXAaeTCs aKTMBHOCTb WMMMYHHbIX peakumig,
daroumTapHOM aKTUMBHOCTW PaHY/IOLUMTOB, CHWXKAETCS PE3UCTEHTHOCTb OpraHuaMa K BO30yauTensM UHOeKLmn
(MpenMyLLEeCTBEHHO BUPYCHOW NMpYpOoabl).

NccnepyeMble reHbl

MTHFR

KoovpyeT MeTuneHTeTparngpodonaTpenykrasy - Mpy nonMMopduaMe CHUXKAETCA aKTUBHOCTb [OaHHOro

BHYTPUK/IETOUHbIM GEPMEHT, YYaCTBYIOWMIA B peakumsix
MeTUINPOBaHUSA OHK, PHK 7] aMUHOKUCIOT.
LestenbHocTb ¢epMeHTa CriocobCcTByeT MpeBpaLleHUto
rOMOLIMCTEMHA B METUOHWH MpU Hanmymm KohakTOpOB:
BUTaMMHOB B6 1 B12 1 cybcTpata - GOnmMeBor KMCNOTbI.
MTHFR BOCCTaHaBfMBaeT 5,10-
MeTuneHTeTparvgpodonat 0o 5-
MeTunTeTparmgpodonarta.

npouecca. leH aKcnpeccrpyeTcsi MOBCEMECTHO, OCOBEHHO
CUNbHO B KOCTHOM MO3re, Nerkux, LWMTOBUOHOW Xerese,
AMYHWKaX U ceneseHke. MccnepyeTcs O71S BbISBEHWS!
reHeTUYeCKOM rpeapacronoXeHHOCTU K
rMneproMoumMcTenHeMmy, TpoMbOo3aM, aTepocK/ieposy,
OCITOXHEHWsIM  6epeMeHHOCTW. [MonmMopdmnsmM B 3TOM
reHe CBsi3aH CO CHWKEHWMEM CKOPOCTW AeTOKCUMKaLMM
rOMOLIMCTENHa N yBEIMYEeHWEM NOTPeBbHOCTU B ponmeBom
Kucnore.

3aknueHue

FeHeTUYeCKUIN aHanM3 MoKasasl, YTO Yy 0B6CreQyeMoro He BbISIBNEH PUCK HapyLLEHUIM GpOoraTHOro 06MeHa, CBA3aHHbIN C
aKTUBHOCTbBIO hepMeHTa MeTuneHTeTparnapodonaTpenykTasbl. CHUXEHbI PUCKU PasBUTUSI CEpOEYHO-COCYOMUCTbIX

MaToNoOrMin 1N HapyLLeHWA B paboTe HEPBHOW CUCTEMBI.



ObcnegoBaHUS

He BbisBNEHO HEOBXOOMMOCTU PEryrisiPHO MPOBEPSITb YPOBEHb BUTaMWHa BO B kpoBu. OnHaKko MOXET 6biTb MOMe3HO
CHOaTb aHanM3 MoYM Ha GOPMUMUHOMYTAaMUHOBYIO UM YPOKaHUHOBYHO KMCIOTY*. BaXXHOCTb ONaTOB MOBLILLAETCS Mpy
6epeMeHHOCTH, B 9TOM CIlydae MX PeKOMeHOYyeMOoe KOMMYECTBO MOXET ObiTb yBEIMYEHO .

PekoMeHgaLmm rno npodunakTmke

O6cnenyembii MOXET YyNoTpebnsTb BuTaMmH BO B nto6o dopMe — CUHTETUYECKOM 1 HaTYparibHOM, akTUMBUPOBaHHOM U
0b6bl4HOM*. [py TaKOM reHoTUMNe ANS NPeaoTBpaLleHus aeduumTa BUTaMMHaA AOCTAaTOYHO CTaHOAPTHOM CyTOYHOM
noTpebHoCcTU*. [1N1s ee BOCTONTHEHWUS] MOXXHO PeryrnsipHO yroTpebnsTb NpoAyKTbl, 6oratble GOMEBOM KMCIIOTON,
HampuvMep 3efeHble NIMCTOBbIE OBOLWWM, $acorb, YeUeBuLly, NeYveHb, NMBHble APoXOkW. [Npu nedurumte BUTaMKHa BO B
paLMoHe U OpyrX OOMONHUTENbHBIX MOKa3aHWSIX BO3MOXEH ero JOMOSHUTENbHBIA MPUEM MO HazHaYeHWo
crneupanmcra*.



@ MeTabonm3M ButamMmHa B12

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTUn YacToTa PesynbtaT AdPekT

FUT2 rs602662 A/A 349 cI:'(Iep:(e,n:;pacnor|o>KeH|-|oc-n;, K HOpMasibHOM ® @
peLmn BHyTpeHHero dakTopa Kacra

ButammH B12 - BOOOpPacTBOPWMBIA BUTaMWH, OOGBEOMHSIOWMIA PYMMY POACTBEHHbIX COeOVHEHUA KOBanaMyHOB.
CopepXxuTtcs B MTULE, MsiCe, MSCHbIX CybrnpoaykTax, pblbe 1 MOockax B OCHOBHOM B BUAOE LMaHoKob6anaMuHa. 3 nuwm
yCBaMBaeTCsi He 6oree 4yeTBepTV OT OOWEro copepXaHusi HyTpueHTa. OB6knagouvHble KETKWU Xernydka CEKpeTUpYoT
BHYTPEHHUIN dakTop Kacra, KOTopbii obpasyeT KOMMeKC C BUTaMMHOM B12, 3awmuas ero oT  paspyleHus
nuLLEeBapUTeNbHBIMU GepMEeHTaMM 1 CrOCOBCTBYS BCACbIBAHUIO LiaHOKOBanaMyHa B MoAB3OOWHON KULLKE.

3ateM UMaHOKObanaMMH MpeBpallaeTCa B OKCUMKOOarnaMuH, CBA3bIBaeTCs C 6enkoM TpaHckobanamuHoM. [locne
MPOHNKHOBEHUS] B KIIETKM OKCUKODanaMMH MpeBpalaeTcss B OOHY U3 KOPEPMEHTHbIX GOpM - MeTunKobanaMuH wnu
apeHosukobanamMuH. B npouecce OeToKCKKaLMM FOMOLIMCTEMHA OKCUKOGaraMMH UrpaeT posib KobepMeHTa, MpuHMMast
METUbHYIO rpynny ¢ 5-MeTunteTparngpodonarta (aktmeHas dopMa BuTaMmHa B9), a donmeBas kucnota 1Cronb3yeTcs
ons cvHTesa JHK. 3ToT npouecc ocobeHHO BaXeH A1 HOPManbHOrO GYHKLIMOHUPOBaHUS TEX TKaHEeM, KNeTKU KOTOpPbIX
[enarca Havbornee WHTEHCUMBHO: 3PUTPOLMTBI, JIMMOOLMTBI, JTEMKOUMTDLI, SMNUOSPMUC, KITETKM BOSTOCSHbIX GONMInKY,
anuTenuanbHble kneTkn XKT.

AneHosunnkobanaMmMH UCMONb3yeTcs KNETKOM B peakuusix pacraja U CUHTE3a XXMPHbIX KWUCIOT, BXOOSIWMX B COCTaB
MUENMHa, TakMM OBPasoM MOAOEPXKMBAETCS HOPMasibHas Nepefada HEPBHOro UMMynbca. HepocTtaTok BUTaMuHa B12 nvbo
HapyLleHWe ero YCBOEHMUS! MPUBOAST K HAKOMMIEHUIO METUIMaNIOHOBOM KNUCIOTbl M TOKCUYECKOMY MOBPEXOEHMIO HEPBHbBIX
KNEeTOK, YXyOWEHNIO MWEeNMHU3ALMM HEepBHbIX BOSIOKOH. C OPYroM CTOPOHbI, YXy[WaeTCs 3PUTPOMO33, BO3HWKaeT
MaKpouuTapHas WM MepPHULMO3Has aHeMus. HapyleHue npouecca MeTUNMPOBaHWS MPUMBOOMT, B YacTHOCTW, K
3aMe[1IeHNIO BbIPabOTKM HEMpoOMeamaTopa aLeTUIXoIMHA W YTUIW3aLMM FrOMOLMCTENHA.

Nccnepyemble reHol

FUT2

Koounpyet  a-1,2-dykosuntpaHcdepasy -  depMeHT cpeoy KOTOpbIX - aHTUreHbl rpynnbl Kposu (A, B) u
annaparta Fronbmxu. reH 3KCnpeccupyeTcs BHYTpeHHUN ¢akTop Kacna. Peakumsi npucoeamHeHus
MPeMMyLLeCTBEHHO B OBEHagUaTUMEPCTHOM  KWLLKe, octatka L-dpykosbl K dakTopy Kacna cnocobcreyeT ero
Xenyoke, >KesYHOM  My3bipe, MULEBOAE,  CITIOHHBIX BbICBOOOXAEHMIO M3 KneTku. [pu  nonvmopdusme
xenesax, TOHKOM KNLLEYHMKE. DyHKLUMA FUT2 3aTpyoHsieTcs 3TOT Mpouecc U cekpeumss 6enka, Mo
3aK/IOYaeTCs B OCYLLUECTB/IEHUMM  KOHEYHOW  CTapmm npuyHe KOTOPOW ObpasoBaHWe KOMMIeKca BUTaMUHA
CUHTE3a CO3PEBAIOLLMX MNKOMPOTENHOB U MUKONUMUAOB. B12 ¢ ¢pakTopom Kacna nponcxogut pegko, a CBOOGOAHbIN
®epMeHT  npucoeouHsieT  octatok  L-dykosbl Kk LMaHokobanaMmH  paspyliaeTcsl B MULWEBAPUTENTIbHOM
ONUrocaxapuaHOM YacTy MUKOMPOTENHOB, TpakTe.

3aksoyeHue

FeHeTUYeCKUn aHanmM3 nokasasl, YTo y obcnedyeMoro He BbISBNEH PUCK pasBuTust aeduumta BuTamMmHa B12. PassuTtue
aHEeMWM, HEBPONOTMYECKNX HapyLLEHWU, Anddy3HOM anorneLmm, 0byCnoBeHHbIX HeAOCTaTKOM BUTaMUHa B12,
ManoBeposTHO.



ObcnegoBaHUS

He BbISIBNEHO HEOOXOAMMOCTU PErysipHO NMPOBEPSTb YPOBEHDb BUTaMMHa B12 B kpoBW. [JOMONMHUTENBHO MOXHO CAATb
aHanu3 Ha aHTuUTena K BHyTpeHHeMy dakTopy Kacna*.

PekoMeHaaLmm rno npodunakTmke

MNpy [aHHOM reHOTUMNEe He BbISBNIEHO HeOBXOAMMOCTW B MOCTOSHHOM LOMOSIHUTENIbHOM NpueMe BuUTaMmHa B12.
[ocTaTouyHO perynsipHO ynoTpebnsitb NPOAYKTbI XXMBOTHOIO MPOUCXOXAEHUS. OOHAKO OOMONHUTENbHBIA KYPCOBOW MpUeM
BUTaMuHa B12 BoaMoxeH npu geduumte JaHHOrO BUTaMMHA B paLMoHe obcnenyemMoro U/Mmm Hanmymm y Hero
KNUHUYECKOM CUMMNTOMaTUKN®.



‘ Puck rmneproMmoumncremHeMmm

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdumsm  leHoTUN YacToTa PesynbTtaT AdPekT

MTHFR rs1801133 C/C 51% I'Ipe,u,pacnonoerHOCTb K CHUXXEHHOMY @ @

YPOBHIO FOMOLIMCTENHA B KPOBU

FfoMouMCTEMHEMUST — COCTOSIHME, MPU KOTOPOM Habio4aeTCsl MOBbILEHHAs UM BbICOKask KOHLIEHTPaLMS rOMOUMCTENHA B
nnasme kposu (6onee 10-15 MKMOnb/M), Bbi3blBalOWEE KaK TPOMOOreHHble, TaK WM aTeporeHHble MaTonorvy COCYOOB.
HapyweHne mnmeeTt kog E72.11 B MKB-10. OMOUMCTENMHEMUM CMTIOCOBCTBYIOT HU3KUM YPOBEHD PU3NUECKON aKTUBHOCTW,
yroTpebneHve kode U ankoronsl, KypeHue, HexBaTka HEKOTOPbIX BUTaMMHOB Ipyrmnbl B, Tepanus aHTaroHMcTamm
ponveBor KUCNOTbl, MPUEM OpanbHbIX KOHTPALEMTMBOB U aHTaUMOOB, OMEeTa C BbiICOKUM COOEPXKAHWMEM METMOHMHA,
nleyeHme npenapaTaMmu-uHrMeuTopamMu ournopodonaTpenykrasbl U FreHeTUYeckMe HapyleHus B pabote ¢$hepMeHTOB,
Y4acTByOLWMX B METABO/TM3ME FOMOLIMCTEMHA.

OH obpasyeTcsl U3 METUOHMHA MyTEM OTLLEMNIEHNST METUTBHOW MPYMMbl, KOTOPasi UCMOMb3yeTCs /11 CUHTE3a HEKOTOPbIX
BelecTs, MeTunmpoBaHus OHK, MHakTBaLMWM rOPMOHOB, MEAMATOPOB W OEeTOKCMKaLMU KCEHOBMOTMKOB. OMOLMCTEWH
SBNSETCH TOKCMYHbIM BELLECTBOM M MMeeT ABa NyTWU yTunmsaumn: 1) peMeTUnIMpoBaHMe B METUOHMH; 2) NpeBpalleHve B
LMCTEMH, C MocnenyloWw M1 nNpeobpa3oBaHUsIMK U BbiBeAEHMEM Yepe3 Moudku. [lepBbii MyTb 3aBUCUT OT paboTbl
pepmeHTOB MeTunTpaHcdepas: O6eTanH-roMoUMCTEVH- MeTunTpaHchepasbl (BHMT) mn  MeTuoHwH-cuHTasbl (MTR).
MICTOYHMKaMN MeTUNbHOM Ipynnbl sBfstoTcs 6eTanH unu 5-meTuneHteTparmgpodonat. KodpaktopoM MTR  ciyxur
BUTaMMH B12. Mpn pemMeTunvpoBaHUM B 3TOM Crlydae Heobxodum cybcTpaT 5-MeTunteTparngpodonar, KOTopbiM
obpasyeTca Onarogapsi pabote depMeHTa MeTuneHTeTparvopodonatpenykrtasbl (MTHFR) - knitoueBoro ¢epmeHTa
[aHHOrO MEeTabosIMYeckoro mnyTW, MONMMOPOU3Mbl B FEHE KOTOPOro Hamboree BaXHbl W M3ydeHbl. BTopor nyTb
obecrneymBaeTCsl HECKONMbKUMU pepMeHTaMK, O/ KOTOPbIX KOhaKTOPOM BbICTyNaeT BUTaMUH B6. Mpu HapylleHun aTux
MPOLIECCOB MPONCXOOUT aKTUBHOE HaKOrM/IeHMEe rOMOLMCTEMHA W, Kak CreacTBue, NMoBpeXAeHe COCYAOoB YXXe B paHHEM
BO3pacTe.

NccnepyeMble reHol

MTHFR

KooupyeTt MeTuneHTeTparngpodonarpenykTasy - leH akcnpeccupyeTcst MOBCEMECTHO, OCOBEHHO CUTbHO B
LMTO30MbHbIM ~ GEPMEHT, YJYacTBYIOWMA B  peakumsx KOCTHOM MO3re, Nierkux, WMUTOBUOHOW Xernese, sSndHMKax
METUIMPOBaHUS OHK, PHK 7] aMUHOKUCAOT. 7] ceneseHke. NcecnepyeTca ons BbISIBIEHUS
OestenbHOCTb depMeHTa CrnocobCcTByeT MpeBpaLleHMo reHeTU4Yeckom npenpacrioNoXeHHOCTU K
rOMOLIMCTEMHA B METUOHWH MpU Hanmymm KodakTOpOB: rMNeproMoLmcTeMHeMUKY, TPOMOO3aM, aTepoCKIeposy,
BUTaMMHOB B6 1 B12 1 cybcTpata - GOnmMeBon KUCMOThI. OCNTOXHEHWUsIM  GepeMeHHOCTW. [MonuMopdmnamM B 3TOM
MTHFR BOCCTaHaB/IMBaET 5,10- reHe CBsi3aH CO CHWXKEHWMEM CKOPOCTU OeTOKCMKaumm
MeTuneHTeTparvgpodonat 0o 5- rOMOLMCTEMHA U YBENTMYEHNEM NMOTPEBHOCT B GONMEeBOM
MeTunTeTparmgpodonarta. Mpw nonumopdusme Kucnore.

CHWM>XXaeTCHd aKTUBHOCTb JaHHOro rnpoLecca.

3akJioueHue

FeHeTUYeCKUIN aHaIM3 MoKasasl, YTO Y 0B6CIeQyeMoro 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
HeOOCTaTOUYHOCTH, MMMOTUPEo3a*.

PekoMeHgaumm rno npodunakTmke

He BbisBNeHoO HeobxoamuMmocTu B npreme BAOB O/1si Koppekuuy YpOBHS roMoLumcTenHa. OoHako B 1l0O0M Crlydae CToUT
KOHTPONIMPOBaTb yroTpebneHne NpooykToB — MCTOYHUMKOB METUOHMHA: MSICa, MOMOKa, Cbipa. PekomeHayeTcs
MOJTHOLEHHOE 1 CHanaHCMpPOBaHHOE MUTaHWe, GU3nMYeckas akTUBHOCTb, KOHTPOsIb YNoTpebneHuss Kode, ankorons,
KypeHust (CM. Takke COOTBETCTBYIOLLME pasaesibl JaHHOro OTYeTa). B HEKOTOPbIX CrlyYasix BO3BMOXHO HazHauYeHue

LOMONMHUTENBHOIrO NMpremMa nMUpUaoKCUHa*.



ButammH C

Pe3yn bTaT reHeTnu4eCKoro aHasim3a

leH Monumopdpusm MeHoTun YacToTa PesynbtaT AdPekT

MpenpacrnonoXeHHOCTb K HU3KOM eNe
3P DEKTUBHOCTN YCBOEHNS BUuTaMmHa C

SLC23A1 rs33972313 A/A 0,4%

ButammH C - 3TO BOOOPACTBOPWMbBIA MWUKPOHYTPUEHT, MPUHUMAIOWMIA ydacTMe BO MHOXECTBe MeTabonmyeckmx
npoueccoB. OH BbICTyMNaeT B Ka4ecTBe KOhakTopa B CMHTE3e KOJ/lareHa, KapHUTUHA U HEKOTOPbIX HEMPOTPaHCMUT TEPOB,
MCMoNb3yeTcsl B MeTabonmMaMe TUPO3WHA, CTUMYSIMPYET YCBOEHME Xerle3a B KUWEYHWKE U CrOCOBCTBYET CHUXEHUIO
KPOBSIHOMO [aBfeHUs.. ITOT BUTAMUH SIBMSETCS MOLLUHBbIM BOCCTAHAB/IMBAOLMM areHTOM U akLenToOpoOM CBOBOAHbIX
pafvKanos.

ButaMuH C He 0bpasyeTcsl B OpraHMaMe YenoBeka M OOMKEH MOCTYMaTb C MULLEN B JOCTaTOMHOM KonundvecTtse. CormacHo
OaHHbIM, B Poccum B HacTosiwee Bpemsi geduumT 3TOro BUTaMUHa MpaKTUYEecKM nepectan BcTpedatbes. OmHako,
HEeLOCTaTOK BUTaMMHa C MOXET BO3HWKAaTb Y SIH0AEN, NPUOEPXMBAOWMXCH Creumduyeckon Unm orpaHUYeHHON OUETbI,
3M10yNOTPEBNAOLUMX ANKOrONIEM U KYPEHUEM, @ TakKe MPU HASTUUYMN FreHETUYECKON NPeapacronoXeHHOCTU K AedULmTY.

NccnenyeMble reHbl '

SLC23A1

KooupyeT HaTpWin-3aBUCUMBIA MepeHoCcYMK BuTaMuHa C nomkenyaoyYHom xenese. OnpeneneHHble BapuaHTbl reHa
(SVCT1). SVCT1 orBevaeT 3a nomouleHve BuTammHa C SLC23A1 cBsi3aHbl CO CHMXXEHHbBIM YpOBHEM BUTaMuHa C B
KNeTKaMU 3MNUTeNUs KULWEeYHVKa M ero peabcopbumio B nnasme KpoBMU.

noukax. leH SLC23A1 akcnpeccupyeTcs B OCHOBHOM B
rneyeHu, 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
neduumTta BuTaMuHa C KoppeKkLmMs HazHauaeTcs BpadoM. O6cneayeMoMy BaXHO GbiTb BHUMATEbHbIM K CUMIMTOMaM
nerkoro geduumta BuTamMmHa C, BK/IKOYaIOWMM HEAOMOraHe, YCTaNoCTb, Pa3apaXmTesibHOCTb, MOTEPIO anneTmTa, 601b B
CyCTaBax W1 MbilL@X, BOCMa/ieHe OeCeH, YacTble KPOBOTEUYEHUS 13 HOCa.



PekoMeHOaLMM Mo npopuiakTuke

O6cnenyeMoMy BaxXHO BKIItOYaTb B PaLMOH 60/blloe KONMMYECTBO MPOAYKTOB, 60raTbiX BUTaMUHOM C. STOT BUTaMUH B
60MbLUMX KONTUYECTBaX COOEPXKUTCH B LIUTPYCOBBIX, MI0OAAX LWMMOBHMKA (MOXHO YNOTPe6naTb B BMOE CUpOra UMK HacTosl),
6onrapckoM nepue, 6pokKonn, NnomMmaopax, kaptodene, kabaukax 1 ApYrvx oBoLax. XKenaTenbHO ynoTpebnsTb NX B MLy
CBEXMMMU, TaK KaK Mpu OJINTENIbHOM XPaHEeHUW (a Takke Mpu BO3OENCTBUM BbICOKMX TEMMepaTyp) BUTaMmH C paspyluaeTcs.
Mpwn Bapke BUTaMUH C fierko nepexoamT U3 NpOoAyKTOB B BoAy. YKenaTesibHO ynoTpebreHme numweBbix JO6aBoK C
BUTaMWHOM C*, 0CO6EHHO Mpu OeNcTBUN GaKTOPOB, CHMXKAIOLWMX ero GUOAOCTYNHOCTb: MPU CTPecce, BUPYCHbIX
MHbEeKUMSX, MprUeMe aHTUOMOTUKOB 1 06e36onmBatoLLMX cpeacTB. OOoHaKo yrnoTpebrneHne 61ogobaBokK, cooepXKaLlumx
BUTaMUH C, HE PEKOMEHAYETCS MpY Ha/IMUYUM FEHETUYECKOW MPeapacrioNOXXEHHOCTM K FeMOXPOMaTo3y (CM. pasaern
«MeTabonunam xenesa» JaHHOro otyeTa). KpoMe Toro, BaXKHO OTKa3aTbCsl OT KYPEHMUsl, OrPaHNYUTb yrioTpebneHme
ankoronsi U nsberatb M36bITOYHOro YP-061y4eHMs KOXM, MOCKObKY OHO MPUBOAUT K 0befHEeHWo 3arnaca BuTammHa C.



PereHepaumsa KosH3mMa Q

Pe3yn bTaT reHeTnu4eCckKoro aHasim3a

leH MNonumopdusm MeHoTMn YacToTa PesynbTtaT AdPekT
ﬂpeﬂpaCI'IOJ'IO)KeHHOCTb K CHUXXEHHOM
NQO1 rs1800566 T/T 4.8% akTeHocTM NAD(P)-XM1HOH 6 6
okcmpopenykTasbl Tmna 1
KosH3aMM Q - 3TO XMPOPaCTBOPWUMbIM KODEPMEHT, BaXHEWLIMIM YYaCTHUK 3HEpPreTMyeckoro o6MeHa KIeTKW,

OCYLLECTBASAIOWMM NepeHOC 3/1EKTPOHOB B AbIXaTeSIbHOW LIen MUTOXOHAPWUA. KpoMe Toro, KOSH3MM Q SBISEeTCA MOLLUHbIM
AHTUOKCMOAHTOM, 3alUMLAOWLMM  Ma3MaTnuyeckue MeMbpaHbl OT  akTWBHbIX GOPM  KUCIIOPOAa W MOOABASIOLLMN
NepekncHoe OKUCIIEHME NUMUAOB. TakKe OH MOXET MCMONb30BaThCA KNETKOM /19 pereHepaLm BOCCTaHOBNIEHHbIX GOpM
OPYrMx aHTUOKCMOAHTOB, TakMX KakK a-Tokodepon 1 ackopbart.

KoaH31M Q MOXET CylecTBoBaTb B okMcneHHon (CoQ), YacTUUYHO (CEMUXMHOH) M MOMHOCTbIO BOCCTaHoBeHHoM (CoQH2)
dopmax. PereHepaumio ero aHTuMokcupaHTHoM ¢opmbl (CoQH2) ocywectensieT depmeHT NQOT, okcmpoopepykTasa
rnasmMaTuyeckon MeMbpaHbl. SPPeKTMBHOE BOCCTAaHOBIEHWE KOIH3MMa Q WMrpaeT BaXHYIO pOSib B 3allMTe KIeTKM OT
OKMCASIOWMX areHToB. OKUCIUTENbHBIA CTPECC CMOCOBCTBYET PasBUTMIO MHOMMX MaTONOrMYEeCKMX MPOLIECCOB, BKITHOYast
OHKO- U ayTOMMMYyHHble 3aboneBaHus, 6onesHb AnbLirerMepa, aTepockiepos, apTepUaribHYIO MMNEPTEH3UIO W CaxapHbI
omnaber.

NccnepyeMble reHbl

NQO1

Kooypyet depmeHT NAD(P)-XVHOH OKCMOopenyKTasy
TMNa 1, KaTa/IM3MPYIOWMIA BOCCTaHOB/NEHWE XMHOHOB [O
rMOPOXMHOHOB 3a cueT okucneHnss NADH (unm NADPH).
NQO1 yuyactByeT B 6UOTpaHCHOpMaLM KCEHOOUOTUKOB,
[e3aKTVBMPYS 3SK3OMeHHble TOKCUYHble COeaVHEHUS.
OOHOBPEMEHHO 3TOT  depMeHT  PYHKLMOHUPYET  Kak
KOMIMOHEHT AHTUNOKCNOAHTHOM CUCTEMBI KIeTKW,
NPensTCTBYs 0OpPa3oBaHMIO CBOOOAHbBIX PaavikasioB MyTeM
pereHepaumMm  aHTUOKCUMOAHTHbIX (QOPM  YOUXMHOHa U
BuTaMuHa E. Takke NQOT npepotBpalaeT obpasoBaHMe
CEMUXMHOHOB, KOTOpble MOryT

B3aMMOOEWCTBOBaTb C MOJEKY/SPHbIM  KMCIIOPOOOM  C
06pasoBaHMEM aKTMBHbIX GOPM KMcriopoda M asoTa. [eH
NQO1 akcnpeccvpyeTcss Mo4YTM  BO  BCeX  TKaHSAX
OpraHM3Ma, MpuyeM ero Mnpoaykuusi B KJeTke ObICTpo
yBENMUMBAETCS MPWY BO3AENCTBUM Pa3/IMYHbIX CTPECCOBbIX
daKTOopOoB, BKJTIOYas OKUCNINTENbHbIN cTpecc.
OnpepeneHHble NONMMOPGU3Mbl B 3TOM MeHe CBsi3aHbl C
MOBbILLEHHOW YS3BMMOCTBIO OpraHuM3Ma K  [OeNCTBUIO
OKUCNUTENIbHBIX areHTOB M C 3ab0oneBaHusMK, KOTOpble
MoryT ObITb CMpOBOLIMPOBaHbI YCIoBUSIMU
OKUCNUTENIbHOMO CTpecca.

3akJioueHue

FeHeTUYeCKUIA aHanM3 BbiSBAM Yy 06CTIeQyeMoro NpeapacronoXeHHOCTb K CHDKEHHOM akTMBHOCTM NAD(P)-XMHOH
oKcnaopeaykTasbl ThMa 1. MNoBbilleHa YA3BMMOCTb OpraHMaMa K AeUCTBUIO OKUCTTUTENbHBIX areHTOB.



ObcnegoBaHUS

O6cnenyeMoMy pekoMeHOyeTCs MEPUOAMYECcKM COaBaTh OOLMM aHamM3 KPOBW, aHalu3 Ha NerKoumMTapHylo GopMyry M Ha
CO23, onpenensitb YpoBeHb THOKO3bl B KPOBW. TakKe eMy peKOMeHOyeTCs CreuTb 3a YPOBHEM OKUCTIUTESTIbHOMO CTpecca
B OpraHM3Me: caaBaTb aHaM3bl Ha cogepykaHne MasioHOBOro Auvanbaernaa, kosaHsmma Q10, sutammHa E, ButammHa C,
6eTa-kapoTuHa, 8-OH-ae30Kc1ryaHo3MHa, myTaToHa BOCCTaHOBMEHHOMO B KpoBW. KpoMe Toro, ois obcrienyemMoro
XernaTesibHO NepuognYeckm CoaBaTb aHa/IM3 KPOBWM Ha aHTUMEH MITOCKOKIETOYHOW KapLWHOMBbI, aHTUreH CA 19-9, Tumor
Marker 2, a Takke NpoxoauTb 330¢paroracTpodyoneHocKonmio*. MNepuogmnyecku eMy cnenyeT OCMaTpUBaTb KOXY U
obpallaTb BHUMaHME Ha fitobble HOBbIE, U3MEHSIIoLME LUBET U GOpMY, 3yasdlipe 1 KpOBOTOYaLLME POAVHKM, pOOMMbIE NSTHA
1 NOBPEXAEHUST KOXMW, PErYNSPHO NoceLaTb AepMaTosiora-oHKOMora. YXeHLwyHaM pekoMeHayeTcsl Mepuogmnyeckm
npoxoonTtb Y3W MonoYHOM xenesbl, coaBaTb aHasM3bl Ha OHKOMapKepbl MOToYHOM xenesbl: POA 1 CA15.3. OcobeHHO
BaXKHO MPOXOOMTb OaHHble obcrenoBaHus niogsm crapwe 50 neT.

PekoMeHgaumm rno npodunakTmke

O6cnenyeMbli MpeapacrnonoXeH K NOBbILLEHHOMY PUCKY HapyLlleHWs 6anaHca Mexay npo- U aHTUOKCUMOAHTHbLIMU
CUCTEMaMUM opraHuaMa. [ Hero BaXXHO OrpaHUYMTb BO3OENCTBME TOKCUYECKMX BELLECTB OKpPYXatoLen cpepl. Takke
obcrenyeMoMy peKOMEeHOAYeTCs 3allMLaTh KOXY OT yrsTpaduoneTa (pekoMeHdaLmm rno 3awmre ot YP-usnyyeHus
NMpeacTaBneHbl B pasgene «PaspylieHre MexXKIeTOYHOro MaTpuKcas OaHHOro otyeTa). Kpome Toro, obenenyeMomy
BaXXHO MOALEPXMBaTb HOPMaribHbIM BeC. EMy pekoMeHayeTcs perynsipHas ¢usmyeckas akTMBHOCTb YMepPeHHOM
MHTEHCMBHOCTW, XenaTenbHO OT 3 pa3 B Hefe/to (COOTBETCTBYIOLWME peKOMEeHAAUMM NpeacTaBneHbl B pasaenax
«PU3nYeckas akTUBHOCTb U151 CHIDKEHUSA Beca» U «Pursmyeckas akTUBHOCTb /19 NoaaepXXaHWs 300pOBbsi»
noTpebuTenbCcKon Bepcum otyeTa). ObcnenyeMoMy He PEKOMEHAYETCS YroTpebnsaTb HANUTKN U efly B OYEeHb ropsivem
BMAE, @ TakKe HeOBXOOMMO OrPaHUYUTL YNOTPebreHre ankorons. EMy BaXHO NMpuaepXXMBaTbCA PasHOOBPa3HOro
paLyioHa ¢ 6OsbLUMM KOTMYECTBOM OBOLLEN, GPYKTOB M LIE/TIbHO3EPHOBBIX MPOLYKTOB. TakKe eMy XenaTesibHO
YROTpebnsTb B NULLY NPOAYKTbI, 6oraTble donatamm 1 BUTaMMHOM B6. O6crnenyeMoMy He pekoMeHOyeTCst
3710yrNoTPe6NsaTb 06PaboTaHHBIM MSICOM. [pY MPUrOTOBIEHUM MSICa XeNaTeslbHO OTAaBaThb MPeArnoYTeHe MeToOaM
BapKW, TYLUEHWUS U FOTOBKW Ha napy. BoaMoXHO yrnoTpebneHme ButaMmHoB A, C 1 E B Buae 6Mono6aBok (Mpu OTCYTCTBUM
MPOTMBOMOKA3aHUIN 1 MO COMMAcOBaHMIO CO CMELMaNIUCTOM®).



e % l Fe

o) MeTabonnam xenesa

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTMn YacToTa PesynbTtaT AdPexT

HEE rs1800562 G/G 91.7% Punck Pa3BNTMA reMoXpoMaTo3a No AaHHOMY @ @

MexXaHM3My He MNoBblleH

HEE rs1799945 c/C 69.2% Puck pass:;z:Hr::ﬁxpOMaTosa Mo AaHHOMY ® @
Y He MOBbILEH

Keneso aBnseTca BaXHEMWWMM 31IEMEHTOM, YYaCTBYIOLWMM BO MHOXECTBE MPOLECCOB B OpraHn3me. B nepsyto o4vepemb,
Xeneso TpebyeTcs AN CMHTe3a reMa, GYHKUMOHANIbHOM COCTaBnstoller reMormobuHa, M Ans paboTbl GepMeHTOB,
KaTanmMsmpyoLLWX OKUCITUTETbHO-BOCCTaHOBUTESbHbIE peakLMK. XKeneso nocTyrnaeT B OpraHuUaM C MULLEN M BCacbiBaeTCs B
KULEYHWKe. B nnasme 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 TpaHCheppuUHY.

leMoxpomMaTo3 — 3TO 3aboneBaHVe, NMPOSBISIOLEECs B M3ObITOYHOM HaKOM/IEHUM Xernesa B TKaHsX. PacnpoctpaHeHHOCTb
3aboneBaHusi cocTaBnsieT nMpuMmepHo 2-3,3 cnydas Ha 1000 4yenosek (Cpeau Noper eBporneoVaHOM pachl), MPUYEM
MY>XXYMHbI 60ONeT NPUGM3UTENBHO B 5 pa3s valle XeHWwuH. CKITOHHOCTb K rMeperpysKke >Xene3oM B OONbLUMHCTBE CrTy4YaeB
obycroBneHa HannimeM MnorMMOPOU3MOB B MeHax, KOAMPYHOLWMX 6enKun-perynstopbl ero romMeocrasa. CuUMMToMamm
neperpyskm >enesoMm MoryT OblTb YCTaniocTb, 60/b B MpaBOM BepxXHEM OTOeNe XMBOTa, Oonn B CycTasax,
XOHOPOKasbLUMHO3, CHWXEHWEe nubuaoo, CUMMTOMbl CEPAEYHOM HEeOOCTaTOYHOCTW, YCUIEHUE TMUIMEHTaLMM  KOXM.
Meperpyska >xene3oM MOXET MPUBOAUTb K MOBPEXAEHUSIM TKaHEM 1 CNoco6CTBOBaTb PasBUTUIO Takmx 3aboneBaHui, Kak
$d16pPO3 N LMPPO3 MeYveHn, caxapHbivi AMabeT 1 apTporaTus.

NccnepyeMble reHbl

HFE

KoampyeT TpaHCMeMOpaHHbI 6e/10K CEMEMCTBA T1aBHOrO 6enka rencuovHa, KIOYEBOro perynsrtopa 6anaHca
KOMI/1eKca MMcTocoBMEeCTUMOCTU Knacca 1. OcHoBHasa ero xenesa. leH HFE skcnpeccvpyeTcsi BO MHOMMX TKaHSAX U
PyHKUMA - 3TO perynsums agcopbumm xenesa. benok opraHax,  BK/O4Yas  XKEeNyoouHO-KULIEYHbIA  TpaKT.
HFE cBs3biBaeT TpaHCHEpPpPUHOBbIE  peLenTopbl U OnpepeneHHble NonMMopdraMbl B 3TOM reHe MOoryT GbiTb
CHWXaeT WX CPOACTBO K TpaHcheppuHy, OrpaHuymBas CBSi3aHbl C  WM30bITOYHbIM  HAaKOMJIEHWEM XXenesa B
NoCTyrfieHWe Xenesa B kneTkn. Takke HFE BnuseT Ha OpraHM3Me U apTepuanbHOM MMNepTeH3nen.

nNpoayKUMio

3akntoyeHune

[eHeTUYeCKNN aHann3 nokasarn, uYTo Yy o6cnep,yeMoro OTCYTCTBYET Npeapacrnosio)KeHHOCTb K Ppa3BUTUIO reMOXpOoMaTOo3a
Mo OJaHHOMY MeXaHN3MY.



ObcnegoBaHUS

Mpy NosiBNEHNN KaKMX-NMGO CUMMTOMOB MepPerpy3Kkm XXene3oM XeraTeslbHO COaTh aHanm3sbl Ha GeppUTKH, TpaHChEPPUH,
YPOBEHb Xenesa, bounMpyouH, anaHMHaMUHOTpPaHcdepasy, acnapTaTaMMHOTPaHChepasy U obwmii 6e/10K B ChbIBOPOTKE
KPOBW, CAenaTb obLlme aHanm3bl KPOBM M MO4M, aHanm3 Ha COD*.

PekoMeHOaLUmm no npodunakTmke

MNockonbky y 06cnenyeMoro He BbISIBNIEHO NpenpacrionioXXEeHHOCTM K FeMOXPOMAaTOo3y, PUCK PasBUTUS 3TOro 3aboneBaHust
HU3KMI. OOHaKO Neperpyska Xene3oM MOXET pasBUTbCS NMpW orpenesieHHbIX YCIIoBUSIX (MepenmBaHme KpoBy,
3noynotpebnerHne BAL, cogepXalimmm xeneso).



@ BeretapmaHcTBO

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdunam MeHoTn YacToTa PesynbTat AddPekT
FUT2 rs602662 A/A 34% Cekpeuus BHyTpf::erO dakTopa Kacna He ® 0
ylieHa
BCMOT rs12934922 T/T 14% Hinakas ifffSEfJ‘?eiZZi. opem O 06
VDR r$154441o G/G 31% Bbicokas SK(;I;F?;(;(;MQ FI)DeLI,eI'ITOpOB K @ @
Hy
FADS1 rS174547 T/C 41% CHMXeHa akTUBHOCTb necaTtypasbl XUPHbIX @ @

KMCNoT 1

BeretapraHCTBO - CUCTEMa MNUTaHUS, OBbEAMHSIOWAs HECKONbKO PasHOBWOHOCTEW, OCHOBaHHasi Ha 3HaYUTEsNIbHOM
npeobrafaHuM B paLMoHe pacTUTeNbHOM MUM. BeraHcTBo nogpasyMeBaeT MosiHOe UCKIIIOYEeHWE MPOLYKTOB XXMBOTHOMO
MPOUCXOXOEHNS, JIaKTOBEreTapMaHCTBO AOMYCKaeT MOSIOYHbIE MPOMdYKTbI, JIaKTO-0BO-BereTapyaHLpbl ynoTpebnsioT ele U
AL, Necko-BereTapuaHLpbl - pbiby. Y BereTapnaHCcKon AMeTbl €CTb HEOCTIOPUMbIE MPEUMYLLECTBA.

TepMuyeckn HeobpaboTaHHble OBOLUM U GPYKTbI SBASIOTCA UCTOYHUKOM MWHEParoB MarHWs U Kanus, BuTaMuHoB C 1 E ¢
aHTUOKCMOAHTHOM  PYHKLMEN, MULLEBbIX BOMIOKOH U OPYrX (GUTOHYTPUEHTOB, KOTOpble O6nafaloT  CUMHEPrnYHbIM
OENCTBMEM U MOIYT UCMOMb30BaTbCs B MPODUNaKTUMKE  PasBUTUS  OUCTUMMAOEMUK,  UHCYSTMHOPE3UCTEHTHOCTU,
nMpefoTBpallaTb CUCTEMHOE BOCMafieHVME U OKUCIUTESNbHbIM cTpecc. OTCyTCTBME Msca W sivL, B MULWE MPUBOOUT K
CHWKEHHOMY TMOITIOWEHMIO HACILLEHHBIX XMPHBIX KUCITOT U XONEeCTEePUHa, YTO CrOCOBCTBYET MoTepe U36bITOYHOro Beca.
BereTapuaHckas OveTa UCKTIoYaeT pasBUTUE MOOArpbl, CHWXaET daBfeHVEe U PUCKU PasBUTUS CepaeyHO-COCYOUCTbIX
3aboneBaHun. Bnaropapsi GOMbLIOMY KONMMYECTBY K/ETYaTKM W UCKTIOYEHMIO MsiCa MeHblue obpasyloTcs U nerdve
BbIBOASITCS TOKCUHbI. OOHaKO eCTb psif, HEAOCTaTKOB TakoM AMETbI.

BoboBble, opexu, 3/1akM U X NPOPOCTKU codepXaT GUTUHOBbIE KUCIIOTbI, KOTOPbIE CBA3bIBAOT MOCTYyrarowme C nuwemn
MUHeparbl, YTO MOXET MPUBOOUTbL K PasBUTMIO OCTEOMNOpPO3a M Kapueca. BereTapraHcKuMin paLmoH NvweH BuTamMmHa B12,
UTO SBNSIETCS BaXKHbIM GaKTOPOM pasBUTUS aHEMUU. JedbULUMT He3aMEeHUMbIX aMUHOKMUCIIOT W BUTaMKHa D oTpuuaTtesibHo
CKasblBaeTCs Ha OYHKUMOHMPOBaHUM MMMYHHOM CUCTEMbl. [eHeTUYEeCcKMe OCOBEHHOCTM OMpPedensioT apanTUBHOCTb K
BEreTapuaHCTBY, U MPU HEKOTOPbIX COMETaHUsX Takasi cUCTeMa MUTaHUS He MoOXoOmT.

NccnepyeMble reHbl

BCMO1

KoovpyeT ¢depMeHT  B-KapOTUH-MOHOOKCUMreHasy 1,
KOTOpbIA Y4acTByeT B MPEBPALLEHUM KapOTUHOMOOB B
peTtuHon. BCMO1 kaTtanusmpyeT JIMMUTUPYIOLLYIO CTaguio
3TOro nmnpouecca - OKUCUTENbHOe paclienneHve B-
KapoTMHa  Ha  [Be  MOofekysnbl  TpaHC-peTUHans.
SKCrnpeccrpyeTcsi B OCHOBHOM B TOHKOM KULLEYHUKE U

OBEHaALATUNEPCTHON  KULLKE, pexe - B  TONCTOM
KUWEYHMKE, >KeNydke, roykaX, >XesuyHOM  mMysbipe.
MonuMopdMaM  MPUBOOMUT K CHDKEHUIO  CKOPOCTM

pacllenneHnsa KapoTnMHOMOOB.

VDR

KooupyeT sigepHbin peuentop VDR (TPaHCKPUMUMOHHDINA
dakTop), KOTOPbIA  CBSI3blBaET  KanbUMTpWon  Afis
OCYLLECTBNEHNS PErYALMN SKCMPECCUN MHOMOUNCTTEHHBIX
VDR-uyBCTBUTENbHBIX reHoB. PeuenTtop K BUTamMuHy D
3KCMpeccrpyeTcss BO BCEX TKaHSX OpraHuaMa C pasHoM

MHTEHCVMBHOCTbIO, HO  Hambornee aKTMBHO - B
3HTepoumuTax, anugepMmuce, KneTkax KOopbl
HaOMNoOYeYHMKOB, MUeToNOHbIX KIeTKax. Mpwn

nosMMopduraMe BO3pacTaeT PUCK PasBUTUA OCTEOMNOPO3a.



FUT2 FADS1

Koounpyet depMeHT anbda-1,2-pykosmntpaHcdepasy. KooypyeT pecatypasy 1 XUPHbIX KUCIOT. DepMeHT
SkenpeccuvpyeTcs B ABEHaAUATUMEPCTHOM  KULLKeE, KaTanmMsmMpyeT peakLpio CUHTe3a apaxWOoHOBOW KUCNOThI
Xenygke, >KenyHoM Mysbipe, MuWweBode, CIIOHHbIX M 3MKO3arMeHTaeHOBOW KUCIIOTbl U3 oMmera-3 u omera-6
Xenesax, TOHKOM KuwweYyHuke. PepMeHT MNpucoeamHseT MPenwecTBEHHNKOB.  AKTMBHO  3KCrpeccupyeTcs B
octatok  L-pykosbl K onuMrocaxapygHoM — 4actm HagnoYeuHMKax, Moare, NneYyeHy, B OCTaslbHbIX OpraHax —
BHyTpeHHero ¢akTopa Kacna, 4TO crnocobcTByeT ero B MeHblUeN cTerneHn. Nonmopdrsm B 3TOM reHe CBsi3aH
cekpeummn. [Mpwn  nonuMopduaMe  3aTPyOHsieTCa  3TOT CO CHWKEHWEM YPOBHsi OMera-3 >XUPHbIX KUCIOT,
npouecc wn cekpeuusi 6enka, MO3TOMYy 3HaYUTESIbHO YBENIMYEHNEM YPOBHS OMera-6 >XMpHbIX KUCIIOT WU
CHWXKaETCA aKTMBHOCTb 3axBaTa MOCTyMatoLero 13 mmwm KOHLIEHTPaLMeN TPaHC-XXMPHbIX KUCOT.

BUTaMMHa B12 1 OH paspyliaeTcsi B MNULLEBapUTESIbHOM

TpakTe.

3aknoveHe

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

ObcnegoBaHUS

O6cnenyeMoMy npy BereTapuaHCTBe pekoMeHOyeTCsl MeEPUOOMYECKM NMPOBEPSITb YPOBEHb B KPOBU LIMHKA, Mean, MarHus,
NPy HEOBXOAMMOCTU XenaTeneH X OOMOMHUTESbHBIN NpueM*. Takke npy BereTapmaHcTBe pekoMeHOoyeTCsl MPOBEPSTb
YPOBEHb Xesie3a 1 NnokasaTesim reMornobrHa B KpOBM obcriegyeMoro*. 3aropanTe, ecnv HeT NpoTUBOMNoKasaHun*. Ecnin
obcrenyeMbii YyBCTBYET XPOHUYECKYHD YCTanoCTb, BASTIOCTb, COH/IMBOCTb, EMY HEOBXOOMMO 0BpaTUTLCS K CMeLManuCTy
D151 Ha3HaYeHUs JOMOSHUTE bHBIX 06CNefoBaHNA, a Takke He CTONb CTPOro CriefoBaTb BereTapuaHCTBY UMM OTKa3aTbCs
OT HEro*.

PekoMeHpgauunmn

O6crnenyeMoMy MOMyT MOOOMUTU Pas/IMYHbIE TUMbl BEMETapMAHCKOrO MUTaHWS, KPOMe BeraHCcTBa. BaxHo ynoTpebnatb B
[OCTaTOYHOM KONMYECTBE UCTOYHMKK Benka: GaHaHbl, poXb, 6ypbIi pUC, KeLbto, Tody, KMHOa, 606bl (HYT, YeueBuLly,
ropox, ¢acosb) 1 gpyrme opexm, ceMeHa (JieH, NOACONHYX, KYHXYT, TbIKBEHHbIE), MAaNOpOTHUK (CM. pasgen «benkmn»
NoTPebUTENbCKOM BEpPCUM OTYEeTa). PaUMOH B Nto60M criydae OO/MKeH CoaepXaTb Bce HeobXoayMble OpraHuU3My
BUTaMWHbI U MUKPO3/IEMEHTDI, @ Tak)Ke He3aMeHMMble aMUHOKUCNOTbL. Ob6crenyeMoMy pekoMeHayeTcs 0o6aBUTb B
paLMOH CEMEHA YMa, JIbHA, PbPKMKOBOE Macio (MCTOYHMKM oMera-3). Mpy Heo6X0OAMMOCTU BO3MOXHO HasHaveHne BAL B
COOTBETCTBMM C NMOTPEBHOCTAMI obCrienyeMoro (O3HaKOMBTECh C pe3y/isTaTaMn U pekoMeHOaLUMsMM OTHOCUTESTbHO BCex
BMTaMVHOB B J@aHHOM OTYETE W1 B NMOTPEBUTENIbCKON BEPCUM)*.



BkycoBble oLyLeHNs

Mpu cocTaBneHun so6oM AuMeTbl UMM - pauMoHa MUTaHUS  CTOUT  YYUTbIBaTb
WMHOMBUOYa/bHblE BKYCOBble peakumu. Tak, HarnpuMep, reH BKYCOBOMO peLenTopa,
Pacro3HaloOWEero Criagkuii BKYC, MOXET OB60CTPSITb 3Ty BOCMPUMMUMBOCTb. TO €CTb YeM
HWXEe YyBCTBUTENIbHOCTb K CIakOMy BKYCY, TeM 60siblle 4YenioBeK CbeCT CMafKoro,
YTOBbl YOOBNETBOPUTb MCUXONTOMMUYECKYHO MOTPEBHOCTb. Kak NpaBuiio, 3TO NMpUBOAUT K
HEKOHTPOIMPYEMOMY MOTPEBNeHNIO caxapa (B TOM UMCIE CKPbITOrO) M MPEBbILLEHNIO
PEKOMEHAYEMOWN CyTOUYHOWM HOPMbI MOTPebreHns: caxapa.

AHanM3 reHoB, OKasblBaOWWX BUSHME Ha OTOEesSIbHble XUMUYECKMEe MpoLecchbl B
OpraHmaMme, CcBA3aHHble C UNCMOJIb30BaHWMEM, HakKoM1eHneM Uin paclersieHneM T1ex Uin
MHbIX BELWeCTB, MO3BOJIAET C(I)OpMVIpOBaTb TOYHble pekoMeHOaunn rno Do6aBNEHMNIO UM
MUHUMN3aUNN HEKOTOPDBIX NMPOOYKTOB U BbI60py criocoba npuroToB/ieHUA.
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‘ YyBCTBUTE/IBHOCTb K FOPbKOMY

Pe3yn bTaT reHeTnu4eCkKoro aHasim3a

leH MNonumopduam  leHotmn  YacTtoTa Pesynbtat AddekT

TAS2R38 rs1726866 c/T 50% ”;’::';ig‘;a;‘;ryj;iﬁ;e”b”°°T‘° @ 0O
y BKYCY

BbICOKME KOHLIEHTPALMM FOPbKMX BELLECTB B MULLe OBbIMHO MPUBOAAT K €€ OTTOPXKEHMIO. Takas peakums BO3HWUKIA B XoOe
3BO/IIOLIMOHHON afdanTauuy, NO3BOMsowWwer M3bexaTb OTPaBeHMs TakMMUM TOKCUUYECKMMM BellecTBaMU Kak arnkanounapl
pacTeHUIM, MPOroPKIIbIM XMP, MOPOSIM30BaHHbIA 6eMoK. YnoTpebneHre Takmx MPOLAYKTOB, Kak ropbKue OrypLbl 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 fleTanbHbii ncxod. OnoHako ropeuyu
MOryT 00nagaTb OHKOMPOTEKTOPHbIM AEMCTBMEM 3a CYET HenpsiMbIX aHTMOKCWMOAHTOB. Hampumep, M3oTWouMaHaTbl
OpPOKKOMM U LBETHOM KamyCTbl aKTUBMPYIOT depMeHTbl |l dasbl geTokcukaumM, 4YTO MoMoraeT obes3BpeiuTb
KaHLiepOoreHHble CoOeaHEHNS.

Kpome Toro, oHu ob6napjatoT MPOTUBOMMKPOOBHOM aKTWMBHOCTBIO. 3a BOCMPUSITUE FOPbKOrO BKyCa OTBEYaeT peLenTop
TAS2R38. eHeTU4Yeckas BaprabenbHOCTb OrnpenenseT CTeneHb BOCMPUSATUS FOpbKOro BKYCa Y pasimvyHbIX Ntogen. Bonee
BbICOKasi YYBCTBUTENIbHOCTb K TOPbKOMY BKYCY MOXET MpMBOOUTb K OTKasy OT YrnoTpebneHus OBoLlen, 6oratbix
MPOTUBOOIYXONEBbIMU U aHTUOKCUOAHTHBIMU COEOMHEHUSIMU, U K MPEeAnovYTeHMIO 6onee cragkmux M XXMPHbIX MPOOYKTOB.
Takoe nuiLeBoe NoBeAeHVE YBENMUYMBAET PUCK PasBUTUS CEPAEYHO-COCYOMCTbIX 3a00NeBaHUM, OXXMPEHUS U paKa.

NccnepyeMble reHol

TAS2R38

KooypyeT  TpaHCMeMOpaHHbIi  ©6enok -  BKYCOBOM rpevindpyTe, Kope, TEMHOM LIOKONaae, Peamce, XpeHe n
peuentop 2-ro Tuna 38 CEeMENCTBa, Onpemensiowmin OPYrux npopykTax. YhnoTpebrneHve  [oKO3MHONaToB
UYBCTBUTENIBHOCTb K HEeKOTOpPbIM ropeyam. npodunakTpyeT passuTME OHKOJTOrM4YECKMNX
SKCrpeccmpyeTcss B KeTKax MOMKeNyoouYHOW >Kenesbl, 3abonesaHnn.  MonmMopdmaM B reHe  MoBbllLaeT
CNU3NCTON  OBONMOYKE  KULIEYHWKE, XEMOCEHCOPHbIX UYBCTBUTE/IBHOCTb K TFOPbKOMY BKYCY, MO MpUYMnHE
KneTkax Hoca U s3blka. JIMraHoaMu OaHHOroO peLenTopa KOTOPOM 4ernoBekK Wu3beraeT YynoTpebneHus B MuLLy
aBnstoTCs GeHUnTrokapbammna, 6-N-nponmnTroypaumn m WCTOYHMKOB ITIIOKO3MHONATOB 1 APYrnX ropeyen.

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

3akJioueHue

leHeTUYecKU aHanmsa rnokasars, YTo obcnenyembii yMepeHHO YyBCTBYET ropeyb HEKOTOPbIX MPOAYKTOB M OBOLLEM
(penvca, ropumnLpbl, PyKosibl, GPOKKOM, LIBETHOM, BPIOCCEbCKOM, MEKMHCKOM KarnycTbl, JyKa), @ Takke TEMHOro Nvea, kobe
1 ankoronsi.



ObcnegoBaHUS

L1181 npodUNakTUKN OHKOMOTUYECKMX 3a60neBaHNIA XXenaTesibHO AOMONMHUTENBHO NPUHUMAaTb aHTUOKCUAAHTbI B BUAE
BALOB C 3KCTPaKTOM COU, KO3H3MMOM Q, CeNTEHOM, JIIOTEVHOM UM SKCTPAKTOM 3eJ1IeHOro Yas*. 3TO OCOBEHHO BaXKHO
MPY CHWKEHHOM aHTMOKCMOAHTHOM 3almTe Yy obcrnenyeMoro (CM. COOTBETCTBYIOLWMM pasfesn AaHHOro oTyeTa)*.

PekoMeHOaLmm no npodunakTmnke

PekoMeHayeTcs exxeQHEBHO BK/IOYaTb B CBOM PaLIMOH rOpbKME OBOLUM U MPOAOYKTbI, COOAepXalume aHTUOKCUOaHTbI*: canaT
M3 CBEXEWN KarycCTbl, JTyK, BPOKKOW, YKPOr, GakriaxaHbl, 3e1eHbI Yal, peabky. [JaHHYo NpUBbIYKY MOMOXET 3aKpernuTb
MPUroTOBNEHME CanaToB, COAEPXKALLMX NepPeYnCTIEHHbIE NMPOAYKTbI, B BUAe OOHOMO npueMa nuwu. B cnydae, ecnn
noTpebneHue ropeyen OOCTaBNseT obcreayeMoMy KpaHUA OUCKOMPOPT, OH MOXET MackMpoBaTb WX MpurpaBamMm B

YMepeHHOM KonmyecTse*.



YyBCTBUTENBHOCTb
K CllagkKoMy BKYCY

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdusm  MeHoTUn YacToTa PesynbtaT AdPekT

I'Ipe,u,pacnonoerHOCTb K rmneprinmkeMmm

GLUT2 rs5400 c/C 75% n3-3a VI::J-IbOITBOe‘-IHOFO noTpebneHns caxapa ® O
pOSATHa, HOpMaslbHas

YyBCTBUTE/IbHOCTb K C/lafKOMy

Caxap - Avcaxapuf, COCTOSILUMA M3 OBYX MOHOCaxapuaoB — MOKO3bl U GpyKTO3bl. OLyleHWe CraKoro BKyca BO3HUKAET
NPV pasapaxeHUn cneumarnbHbIX PeLenTopoB, YYBCTBUTEbHbBIX K MPOCTbIM caxapaM. CragocTb 06bIMHO accoLMMpyeTcs C
MPUSITHBIM  OLLYLLIEHMEM, Yalle BCEro JiloaM OLWYLWAT CNagocTb MpU MPUHSTUM MUWM, BOraToM MPOCTbIMU YITIEBOAAMM.
BkycoBasi UyBCTBUTENbBHOCTb K Caxapy BUSIET Ha MOTPEOHOCTb OpraHMaMa B CMagKoM, TEM, Y KOro YyBCTBUTENbHOCTb
MOHWMXEHa, TpebyeTcs CbecTb ropasgo 6orblue, YTOObI YOOBNETBOPUTbH MOTPEOHOCTb. CKOPOCTb OOCTaBKM caxapa B
KPOBOTOK BSINSET Ha MOTPEBHOCTb OpraHM3Ma B CNagKoM, HapyLIeHWs 3TOro npolecca CBA3aHbl C YCUNIEHWEM Tarn K
CrafiKoMY.

TpaHCMOpT MIOKO3bl B BOPCHMHKAX KMLIEYHMKa U B KPOBOTOK OMOCPEeAdOBaH CrieLpanbHbiMM 6enkaMu-TpaHcnopTepamu. B
nepsyto ovepenp 3To GLUT2 (SLC2A2) - OCHOBHOM TpaHCropTep MtoKo3bl. [151 GPYKTO3bl BAXHYIO POSb UMPaeT Takxke
GLUT5S (SLC2A5). MNMonumopdunambl B 3TUX MreHax OnpenenstoT OCHOBHblE PasnnymMsa B CKOPOCTM TPaHCMopTa CaxapoB B
opraHmame. GLUT2, NoOMMMO TpaHCropTa CaxapoB, CBSA3aH TakKe CO BKYCOBOW YYBCTBUTENIbHOCTbBIO K CITaAKOMY.

NcecnepyeMble reHol

GLUT2

KooupyeTt 6enok - nepeHoCUmnK TIHOKO3bI, neyeHy, a TakkKe B [ABEHaAUATMMNEPCTHOM KULLKE W
OCYLLECTBNSIOWMIA NEepPeHOC TIIOKO3bl Yepes KIeTOUHYIO TOHKOM KMLLeYHMKe. MonmMMopdmnaM B 3TOM reHe CBsi3aH
MeM6paHy NOCPEeACTBOM obnerdyeHHor auddysmm BHYTPb CO CHWXKEHMEM CKOPOCTM TpPaHCropTa [TIIOKO3bl U
KNeToK, TakMM 06pasoM CrocobCTBYS  MonaepXaHuio CHWKEHHOM YYBCTBUTENIBHOCTBIO K CIIaAKOMY BKYCY.

roMeocTasa MokKo3bl. MakcyMarnbHO 3KCrpeccupyeTcs B

3akJiroyeHmne

[eHeTHYeCcKnN aHanm3 nokasan OTCyTCTBMNE Yy o6cne,u.yeMoro Hapyu.IeHl/IVI peuenumn cnagkoro. OTCYTCTBYIOT
reHetTnyeckme (‘baKTOpr npenpacrnonoXeHHOCTU K NoBbIlUEHHOMY I'IOTpe6J'IeHVIIO Cnagkunx nponykToB.



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. [JononHUTENbHO 03HaKOMLTECH C pe3ynisTaTamu B paspene «CaxapHbii auabeT 2-ro Tuna» OaHHOro otyeTa. Ecnmy
obcnenyeMoro MMeeTes! MIOKOMaHWs, eMy MOXHO PeKOMEHAOBaTb KOHCY/BTaLMIO MCUXOora/ncuxoTepanesTa.

PekoMeHgaumm rno npodunakTnke

O6crnenyeMblii XOpPOLO YyBCTBYET BKYC Caxapa M Cnagkux NPOLYKTOB M MOXET YNOTpebnsATb UX B Npeaenax HopMbl (CM.
pasgen «YnotpebreHue caxapa» MoTpebuTenbckom Bepcum oTyeTa). ECnn y Hero nprobpeTeHHas IMIOKOMaHus, B ero
crlydae OT Hee Nerko nsbaBuTbCs, Ha 2-3 Heae M NMOMTHOCTBIO UCKITIOUYMB M3 paLMOHa caxap, B TOM YKMCTe CKPbITbIN.
[lonycTnMO MCNonb30BaHWE HaTypPasibHbIX Caxapo3aMeHuTenen (3puTpuTona, cTesuu, Tperanosbl). O6crenyeMomy
[OCTaTOYHO YNoTpebnsaTh B MULLY CNOXHbIE KpaxManucTble YmeBoapl (Kpyrbl, x1e6, kapTodesb, MakapoHbl) 1 yMepeHHoe
KONM4eCcTBO PPYKTOB (ECNIN CKOPOCTb PAaCXOLOBaHWUS MIMKOrEeHa He 3aMef1eHa; TakKe CM. peKkoMeHaaumm pasaena
«YnoTpebnerHne GpyKTo3bl» MOTPEOUTENBCKON BEPCUM OTUETA). B 3THX NpogyKTax JOCTaTOYHO MHOKO3bl, HEO6XOAMMOMN
01 HOPMarbHOM XW3HeOesTeNbHOCTU KIeTOK M OpraHMaMa B LiesioM. CriefyeT MOMHUTb, YTO OTCYTCTBME CHUKEHHOM
UYYBCTBUTENIBHOCTM K CMaKOMy BKYCY HE O3HaYaeT MosiHOe OTCYTCTBME pUCKa PasBUTUA CaxapHOro avabeTa 2-ro Tuna.
Tara K cnagkoMy MoXeT 6biTb Bbl3BaHa NCUXODU3MONOMNYECKUMI NMPUYMHAMM (HEOBXOAMMOCTBIO OOMONHNTENBHOM
MONOXUTENbHOM CTUMYIIALIMM), MO3TOMY PEKOMEHAYETCS O3HAaKOMUTBCS AOMOHUTENBHO C pasfenioM «llcuxonorndeckme
3aB1CYMOCTW» OAHHOIrO OTYeTa.



< ) BkycoBas peLenumst XUpHOro

Pe3yn bTaT reHeTu4eCckoro aHasim3a

leH MNonumopdpunam FeHoTVn YacToTa PesynbtaT AddekT

CD36 rs1761667 G/A A47% npeﬂ,paCI'IOJ'IO)KeHHOCTb K CHUXEHHOM @ e

BKYCOBOW YyBCTBUTENbHOCTU K XMpPaM

Xu1pbl - BbICOKOKa/IOpUMHbIE BellecTBa, obrafalowme creumdrnyeckmM «KMPHbIM» BKYCOM. TPaAMLMOHHO CYMUTAETCs, YTO
BOCMPUSITME XXMPOB B POTOBOM MOMOCTU OGYC/IOBMIEHO TEKCTYPOM M apOMaToM MpPOAYKTOB. 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 YYBCTBUTENIBHOCTU K HWM. Y HEKOTOPbIX JOAEN BKYC XMPHOrO MOXEeT
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
JIMMOMPOTEUHbI  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

leHeTUYeCKUA aHanmM3 nokasars, YTo y obcredyeMoro BbiSBNEHO HapyLWeHWe peLenLumm XUPHOro, B pesysisrate Yero
BO3MOXHA CKITOHHOCTb K Ype3MepHOMY MOTPEBEHNIO XMPOB U3 MULLN.



ObcnegoBaHUS

Ob6cnenyeMoMy XenaTenibHO NepuoanYeck NPOBOAUTb aHaIM3bl IMMMAHOMO CreKTpa KPOoBU (MMNMOorpaMMa: YpoBeHb
TPUTILIEPUOOB, O6WMIA xonectepuH, xonectepuH JTMHIM v JTNBM)*. MNpy HeobxooMMOoCTN BO3MOXHO HasHa4YeHue
LOMONMHUTENbHBIX 06CNeAoBaHNA. PekoMeHayeTcs crneauTb 3a BECOM 0bcneayeMoro, OCOOEHHO MpU CKITOHHOCTU K
Habopy M36bITOYHOM Macchl Tena (0bpaTuTe BHMMaHUE Ha peKkoMeHOaLmn pasaerna «M36biTouHbIM BEC U OXUPEHME»
[aHHOro oTYeTa).

PekoMeHgaumm rno npodunakTmke

O6cnenyeMoMy XXenaTesibHO KOHTPONMPOBAaTb COAEPXKaHME XMPOB B paLoHe. MOXHO 3aMeHUTb MalioHe3 B canaTtax Ha
rnosiesHble Macna (HanpuMep, Ha OfIMBKOBOE, KyHXYTHOE 1 Apyrve). He pekoMeHOyeTCs NpeBsblaTh PacCHUTaHHYO Ans
HEero HopMy MoTpebreHnst XMPoB (CM. pasaen «Kupbl» NOTPebUTETbCKON BEepCUM OT4YeTa). EMY CTOUT KOHTPOMPOBaTh
noTpebneHre Macers, XMPHOro Msica, MaOHE3HbIX COYCOB U APYrvX MPOLYKTOB C BbICOKMM COAEPXaHWEM XMPOB. Takxe
obcrnenyeMoMy peKkoMeHAyeTCs BKIIIoYEHME B PaLMOH JOCTaTOYHOrO KOMMYECTBa MMLWEBbIX BONTOKOH (KOHKPETHbIE
peKoMeHOaUmMm npeacTaeneHbl B pasaene «uyesble BOSTOKHa» NOTpebuUTeNbCckon Bepcum otyeTa). Obpatmte BHUMaHWe
Ha pekoMeHpdaummn pasgena «M30bITOUHbIN BEC M OXMPEHME» OAHHOMO OTYeTa.



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 TroOpMOH  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 Pa3BUTUE MUMEPTOHUYECKON 60NE3HM.
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“ ) BogHoO-conieBon 6anaHc

Pe3yn bTaT reHeTN4YeCKOIro aHasin3da
leH Monumopdusm FeHoTun YacToTa PesynbTat AdPekT
ADD1 r54961 G/G 62% ﬂpeﬂ,paCI'IOJ'IO)KeHHOCTb K BbICOKOM @ @

CKOPOCTU BbiBEOEHNA COMN

MpenpacrnonoXeHHOCTb K BbICOKOMN

ACE rs4646994 D/D 22% g:eopocm CMHTE3a aHTUOTeH3WHA Il n, kKak o 0
[CTBME, CYLIECTBEHHbIN PUCK Pas3BUTUSA
Al

I‘Ipe,u,pacnonoerHOCTb K MOBbIWEHHOW

CYP11B2 rs1799998 c/T 49% MPOAYKUIN 87IbACCTEPOHA 1, KaKk @ 0O

cnencteue, yCKOpeHHOMY BbiBeeHNO
Kannga U3 opraHmMama, OTe4yHOCTU

Ha mpouecc BogHO-coneBoro obMeHa BUSIOT reHeTuveckme $hakTopbl, CBA3aHHbIE CO CKOPOCTbIO BbIOENIEHUS] COMU U
3a0epXKOM XMOKOCTU B TKaHsIX 4YerioBeka. B mepByio ouepenb 3TU reHbl CBsi3aHbl C paboTon pPeHWH-aHMMOTEH3MH- ]
anbOOCTEPOHOBOM CUCTEMbI — FOPMOHaSIbHOM CUCTEMbI YeNloBEKa, KOTopasi perynvpyeT apTepuanbHoe AaBreHe 1 O6beM
LIMPKYNVpYIOLWEen (MpokaymBaeMon) KpoBM B opraHmame. [NpenpopeHnHoBass MPHK obpasyeTcs B OKCTarmoMepy sipHbIX
KeTKax Mo4ek, TpaHC/IMpYyeTCs, Moc/e 4Yero MNpOAyKT MpeBpallaeTcs B MPOPEHWH MOCPeACTBOM OTlerieHuns 23
aMWHOKMCNOT. B 3HOonnasMaTuMyeckoM peTuKyslyMe MpPOpPeHVH MOoOBepraeTcsl MMKO3UIMPOBaHUIO U MpuobpeTaeT
HEOOXOAMMYIO TPEXMEPHYIO CTPYKTYpy. B uTore npopeHWH COCTOUT K13 MOC/eLoBaTesIbHOCTH, BkoYamowen 43
AMWHOKUCMOTHbBIX OCTaTKa, MpUcoedMHeHHbIX K N-KOHLY peHuHa (comepxkallero, B CBOO ouvepedb, 339-341 ocraTok).
MonaratloT, 4TO 3Ta Manas MocnefoBaTeNlbHOCTb MPEeaoTBPaaeT MpeXaeBpeEMEHHOe B3aMMOOENCTBME pPEHWHa C
AHMMOTEH3MHOreHOM. Bonbluasi YacTb MpopeHMHa CBOOOOHO BblGpachiBaeTCAd B CUCTEMHBIA KPOBOTOK MOCPEACTBOM
3K30UMTO33, HO YacTb Mof, OENCTBMEM 3HOOMENTUAA3 MPEeBpallaeTcs B PeHUH. PeHUH BbiOenseTcsi B KPOBOTOK, HO 3TOT
MpoLEeCC XEeCTKO KOHTPONUPYeTCs AaBneHueM, aHrvoteHsnHoMm 2, NaCl, BHYTPUKIETOUHbIMU KOHLEHTPaUMsSMU MOHOB
Ca2+. MoaToMy Yy 300pOBbIX toAer 06beM LIMPKY/IMPYIOWEro NMPOPEeHMHa B OECSATb pa3 Bbille KOHLEHTPaLMM aKTUBHOMO
peHWHa B ria3me KpoBW.

MonMMop®un3aMbl FreHOB, KOOMPYIOLWMX KOMMOHEHTbI PEeHUH-aHIMMOTEH3MHOBOM CUCTEMDbI, @ Takke [OpPYruX, CBA3aHHbIX C
BOZHO-COJIEBbIM O6MEHOM, MOIYT BHOCUTb CYLLECTBEHHbIN BKNaL, B PUCK BO3HUKHOBEHWS] OTEYHOCTU, COMEeYyBCTBUTENIbHOM
apTepuanibHON MMNepTeH3uM U APYrMx COMYTCTBYOWMX nMaTonorui. OoHako yyYeT BIMSHUS BCeX MeHeTUYecknx GakTopoB
No3BONsieT cbanaHCMpoBaTb NMOTpebneHne conm 1 Boabl TakMM 06pas3oM, YTOObI MPenoTBPaTUTb CUMIMTOMbI, CBSI3aHHbIE C
HEAOCTaTKOM WM M30bITKOM COMM B OpraHuaMme, M MpodunakTMpoBaTb PasBUTUME OTEYHOCTM U MMNEPTOHNYECKOW
6onesHw.



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

KUWEYHUKE, TakKXe B JIerkux, MeHblle - B sMYKax,
MOMKeyoo4HOM
ADD1

KooypyeT 6enok uutockeneta w MeMbpaH anbda-
apoyumMH M CBsI3aH C M3MEHEHWEM TpaHCropTa MOHOB
HaTpus B KeTkax. AoOyumH C BbicOKoOW adpOUHHOCTBIO
CBSI3bIBAETCA C  WMOHaMW  KasbLMsi/KanbMOOy/IMHOM 1
ABNSIeTCA CybcTpaTtoM ans mpoTemHkmHas A un C. TeH
IKCrpeccrpyeTcs MpakTUYeCcKM BO BCeX OpraHax u
TKaHsix. WccnepyeTca [Onst BbISBNEHUS FeHEeTUYeCcKom
NpeapacronoXeHHOCTH K COseYyBCTBUTENBHOM
TMNEPTOHMUU U CKITOHHOCTM K OTEYHOCTWU: MONMMOPhU3M
3TOro reHa CBsi3aH C 3aMefJ1eHHbIM BbIBEOEHMEM COnewn (B
nepBylo o4epedb HaTpus) W, Kak CNeacTeve, PUCKOM
3a0epXKM XUOKOCTU B OpraHn3Mme.

3aknueHue

Xenese, nouykax U Op. CBA3aH C TWMNOM aganTaumu
cepaeyYHO-CoCyaNCTOM CUCTEMbI K OMpefeieHHOMY Tumy
dU3nYEeCcKON HarpyskM U pPasBUTMEM MUNEPTPOPUUECKOM
KapoMoMMonaTUM U apTepuanbHOM  MUMEepPTEH3UM.
Oeneupss (D) B 3TOM reHe CBA3aHa C apanTauven
cepaeyYHO-CoOCyaNCTOM CUCTEMDbI K HarpyskaM Ha cuny, HO
B TO >X€& BPeMsi C MOBbILEHHbIM PUCKOM PasBUTUS
apTepuanbHOM  TMMEPTEH3UM, B YaCTHOCTW  Mpw
noTpebneHnn 6onbLIOrO KOTMYeCTBa COMU.

CYP11B2

KooypyeT depMeHT anbaoCTepPOH-CUHTa3Y, SB/SHOLLYIOCS
Hapsgy ¢ AlN® ogHMM K3  KOMMOHEHTOB PEeHWH-
AHIMMOTEH3NHOBOW CUCTEMBI, PEryiMpyloLlen KpoBsHOe
OaBNeHne 1 obbeM MPoKayMBaeMoOM B OpraHM3Me KpOBU.
DepMeHT KaTanmsmpyeT MOC/edHIo CTaguMio CUHTEe3a
rOPMOHa anbAOCTEPOHa W3 [Oe30KCUKOPTUKOCTEPOHA.
AnbOOCTEPOH B CBOIO o4vepedb UrpaeT porb B perynsumm
KPOBSHOrO  [aBfeHus MnyTeM nopaepXaHus  BOOHO-
COJIeBOro GanaHca, aKTuBMpyeTCcs Kanvem 2
CrNOCOOCTBYET €ro BblBEOEHUIO MO MPUHUMMY OBpaTHOWM
cBs3n. Kpome Toro, rmnepnponykums (B 4acTHOCTH, 13-3a
nonumopdmsma B  MpoMoTope reHa  CYP11B2)
anbAoCTePOHa MOXET 6bITb MPUUYNHOM OTEKOB.

[eHeTVYecKMin aHann3 BbISBAT Yy o6cne,u.yeMoro Cpe.D.HVIlZ PUCK HapylleHna BOAHO-CO1eBOro 0OBMeHa, CKITOHHOCTU K

OTEeYHOCTU.

ObcnegoBaHUS

YKenateneH neproonyeckuii KOHTPOsb 3NEKTPOSIMTOB KPOBU, a TakKe perynsipHOe M3MepeHue apTepuaribHOro OaBneHUs
(noppobHee o puycke pasBUTUSE apTEPUATTbHOM MMNEPTEH3MN U COOTBETCTBYIOLLME PEKOMEHAALMM — B pas3gene
«ApTepuarnbHas rmnepTeHsus»). MNpy NosBNEHUM OTEYHOCTM BO3MOXHO HasHauYeHve ONypeTUKOB*. Takke npuy Hammyumum
nonmmopodmama (M Tem 6onee roMmo3nrotHocTm) reHa CYP11B2 pekoMeHayeTcsl Mepuogmveckm KOHTPOIMPOBaTb YPOBEHb
anbOoCTepOHa B KPOBW, @ Takxke YPOBEHb Kalius B KPOBU M Mo4e™.



PekoMeHOaLmMM No npopuniakTuke

O6cnenyeMoMy He XernaTeslbHO MPeBbIaTh PEKOMEHOOBaHHbIE 03bl MOTPE6IeHNsI MOBapPEHHOW COMK, Nyylle
OrpaHVYUTb NoTpebneHme coneHbix 61104, MPUMNPaB 1 COYCOB, a CYTOYHYIO MOTPEBHOCTb B HATPUM BOCTONHSATL B
6onbluer CTeneHn 3a cHeT NoTpebneHns HeConeHbIX MPOAYKTOB (MOAPObHble peKOMeHdaLMKM AaHbl B pasnene
«[NoBapeHHas corb» MOTPEBUTENBCKOM BEPCUM OTYETa)*. Takke BO3MOXHA KOPPEKLIMS paLmoHa obcrienyemMoro C y4eToM
MoTPeBbHOCTU B Kasinn (OCOBEHHO Mpuy Hannymm nonuMopdmamMa reHa CYPT1B2, nogpobHble pekoMeHdaLmmn NpmuBeaeHbl B
paspene «Kanvesasi conb» NOTPEOUTENIbCKOM BEPCUN OTHETA) U Pe3yNbTaToB aHa/IM30B (CM. PeKOMeHA0BaHHbIe
obcneposaHusl). ObcnefyeMoMy TakKe XKenaTeslbHO KOHTPOMpOoBaTh MOTpebrieHne Bodbl, €ee KOMYeCcTBO, CobntodaTb
BOAHbIM PEXWM, 61aronpusTHO YNOTPeOATb B MULLY NPOAYKTbl, CMOCOOCTBYIOLME BbIBEASHWIO JINLWIHEN XUOKOCTU U3
opraHuaMa* (nmogpobHble peKOMeHZALMM MMEIOTCSt B COOTBETCTBYIOWEM pasfesie NoTpebuTenbckor Bepcum otyeTa). Ons
YNYULIEHUS BbIBEOEHWS XXMOKOCTU NonesHa pusmyeckast akTUBHOCTb, OOHaKO CriefyeT TakKe y4deCTb pe3ysbsraThl U
pekoMeHOaLUmmn, NpencTaBneHHble B pasfene «ApTepuanbHasi rmnepTeH3us» HaCTosWEero otyeTa*.



‘ ApTepuanbHas rmnepTeH3ns

Pe3yn bTaT reHeTnu4eCkKoro aHasim3a

leH Monumopdusm FeHoTun YacToTa PesynbTat AdPekT

I'Ipe,u.pacnonoerHOCTb K BbICOKOW

ACE rs4646994 D/D 22% Cc;;:pocm CUHTE3a aHrMOJ'eHsvma Il n, kKak o0
[CTBUE, CYLECTBEHHbIN PUCK Pa3BUTUS
Al

MpenpacrosnioXeHHOCTb K MOBbILLEHHOM
CYPT11B2 rs1799998 c/T 49% NMPOAYKLMU anbAoCTepoHa U, Kak ® 6

cnencrTBue, pyuck passutusa Al

OTcyTcTBME dhakTopa pycka passutmus Al

MTHFR rs1801133 c/C A% B CBSI3U C HapylUeHneM MeTabonmama ® ®
donaToB
ADD' 4961 G/G 62% MpenpacrnonoXeHHOCTb K BbICOKOM ® O

CKOPOCTU BbiBEOEHNA COM

CYP1A2 rs762551 A/A 53% OTE‘Q;Z;BH”H‘Z‘:’;';T°"3 pricia passuTia AL, @@
yroTpebrieHnem kode

ApTepuanbHaa runepteHsus (Mo MKB10: 110 - 3scceHumanbHas (NepBUYHas) rMNepTeHs3us)) O3HaYaeT MoBblueHVe
CUCTONIMYECKOrro apTepuaribHOro AaeneHus 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 /1S KaXAOro obcnenyeMoro
CBOW, MOCKOSIbKY OHU 3aBUCHT OT BO3pacTa YesioBeka, ero obpasa X1sHW, MHOMBUOYaSIbHbIX OCOGEHHOCTEWN.

Al gBnsieTcs BeoywmM (akTOpOM pucka pasBUTUS MHOTUX 3aboneBaHWi, B MEpBYIO ovepeib CcepaeuHO-COCYAUCTbIX
(MHPapKT MuWoKapda, WHCYNbLT, WeMudeckas 6onesHb cepaua, XpOoHWYecKas cepieydHas HedoCTaTOYHOCTb) W
LlepebpoBacKyNsiPHbIX (MLIEMUYECKUIA UM FeMOpParnieckui MHCYLT). MpUYrHBL M MEXaHW3Mbl pasBuTUS Al MOryT GbiTb
pasnnYHbI: HapylleHre BOOHO-CONMEeBOro OBbMeHa, U3ObITOUHbIM BeCc M ap. PacnpocTtpaHeHHocTb AN cpefm B3pOCroro
HaceneHus coctaensieT nopsigka 30-45%, cormacHO 3apybexHbiM  MCCNefoBaHWsiM, MO OaHHbIM  POCCUMCKMX
mnccnegoBaHU - okono 40%. B poccuickor nonynsaumm pacnpocTpaHeHHOCTb AN cpeayt My>KUMH B HEKOTOPbIX PermoHax
nocturaeT 47%, cpeim XeHWWH - okono 40%.

Ha cerogHsiluHUIM OeHb NOMHOreHOMHbIE UCCNeaoBaHNs accoumaumii BoisiBun 6onee 100 reHeTUYeckrX NoMMopdU3MOB,
CBsI3aHHbIX C apTepuasibHbIM OaBneHneM. HacnenyeMocTb KimMHUYeckoro cuctonmdeckoro A - 15-40%, KNMHUYECKOro
onactonudeckoro Al - 15-30%. [Ons aMbynaTopHbIX CUCTOIMYECKOro U auactonuyeckoro ALl B HOYHOE BpeMs
HacnenyemocTb coctaenseT 32-70% n 32-50% cooTBETCTBEHHO.



NccnepyeMble reHol

ACE

KooupyeT aHrvoTeHsuHnpeBpaaowmin depmeHT (Ard)
- UMPKY/IMPYIOWMA BO BHEKIETOYHOM MpPOCTPaHCTBE
6enoK, KOTOpbIA WrpaeT BaXHYO PpoOSib B perynsumm
KPOBSIHOrO  faBneHust W 6anaHca  3/1eKTPOSINTOB,
KaTanmMsmpyeT pacllernsieHne HeakTUBHOIMO aHrMoTEeH3MHa
| 0O aKTMBHOro aHruoTeHsumHa ll, cTuMmynupytowero
CYy>K€HMe COCydOB W yBEIMYEHNE CUHTE3a aNlbAOCTEPOHA.
leH aKcrpeccpyeTcss B MaKCUMasilbHOM  CTerneHu B
KUILEYHWKe, TakXe B JIerkuX, MeHblle - B su4Kax,
MOMKEeNyooYHOM Xenese, rnodkax v gp. CessaH C TUMNOM

apjanTauumm cepaeyYHO-CoCyanCTOM CUCTEMDI K
onpeneneHHoMy  TUNy  PU3MYECKOM  Harpyskum W
pasBUTMEM  MNEPTPOPUUECKON  KapauvoMumonatum U

apTepuvanbHon runepteHsun. Oeneumsa (D) B 3TOM reHe
CBfi3aHa C afjanTauMen cepaeyHo-CoCyamMCTOM CUCTEMbI K
HarpyskaM Ha CUIy M B TO Xe BpeMsl C TMOBbILEHHbIM
PUCKOM PasBUTUSI apTEPUaTIbHON MMNepTEeH3UN.

MTHFR
KooupyeTt MeTuneHTeTparngpobonaTpenykTasy -
BHYTPUKIIETOYHbIN depMeHT, y4acTByoLWMIA B

MpPeBpPaLLEHNN TOMOLIMCTEMHA B METUOHWH MpU Halmn4mm
BUTaMmHOB B6, B12 u  donmeson kucnotbl.  [eH
3KCrpeccupyeTca  MNpakTUYecku BO BCeX TKaHAX W
opraHax. MccnepyeTcs AN BbiSIBNEHUS FEeHETUYECKOM
rNpeapacronoXeHHOCTH K pasBUTUIO
rMNeproMoLICTEVHEMUN (noBbiwWEeHHOro YPOBHS
rOMOLMCTEMHA B KPOBW) 1 aTepockrieposa. Nonmmopdumsm
B O3TOM TreHe CBf3aH C [OBbIEHNEM  YPOBHS
rOMOLIMCTEMHA B KPOBU U, KaK cneacreve, C yBenimyeHnem
PUCKOB  pasBMTMS  aTepocksieposa,  TpoMbosa u
apTepuanbHOM rMNepTEH3UU.

CYP1A2

KoaompyeT umtoxpom 1A2, KOTopbir sBnsieTcss GepMeHTOM
rnepeot ¢asbl CUCTEMbI AETOKCUKaLMM KCEHOBUOTUKOB.
aKcrnpeccvpyeTcss  TOMbkO B medeHn.  depMeHT
OCYLLECTBNSET  peakuM  OKUCIIEHUS  COeOVHEHWM
3HOOMEHHOro (3CTPOreHbl, XeNYHble KUCNOTbI, XMPHbIe
KUCNOTbI, MNPOCTaaHOMHbI,  JIEMKOTPUEHDbI, OKOreHHble
aMVHbI) M 9K30reHHOro (aHTUAENPECCaHTbl,

CYP11B2

KoouvpyeT depMeHT anbaoCTEPOH-CUHTAa3Y, SBMISOLLYIOCS
Hapsgy ¢ AlN® ogHMM K13  KOMIMOHEHTOB pPEeHWH-
AHMOTEH3MHOBOW CUCTEMbI, PEerysMpytoWen KpoBsHOE
JaBreHne 1 o6beM MpPOoOKauMBaAEMOM KPOBW B OpPraHM3Me.
DepMeHT KaTanuavpyeT MNOCNedHIO CTaauio CUHTE3a
ropMOHa anbAOCTEPOHA W3 [Oe30KCUKOPTUKOCTEPOHA.
AnbOOCTEPOH B CBOKO O4vepedb UrpaeT porib B perynsumm
KPOBSHOrO  [aBfeHust MyTeM nopaepXXaHus  BOOHO-
COneBoro 6anaHca, aKTUBMpYeTCH Kanvem 7
Croco6CTBYET ero BbIBEAEHMIO MO MPUHLMMNY OBpaTHOM
cBs3n.  [lonvMopdHbIM  BapuvaHT reHa CBsi3aH C
MOBLILEHHOM aKTMBHOCTbIO FeHa W PUCKOM  PasBUTUSA
apTepuvanbHOM rMnepTeEH3UN.

ADD1

KooypyeT 6enok uutockeneta W MeMbpaH anbda-
apoyumMH U CBsI3aH C M3MEHEHWEM TpaHCropTa WMOHOB
HaTpys B KAeTKax. AQOYyUMH C BbiCOKOW addUHHOCTBIO
CBA3bIBAETCS C WMOHaMW  KasibLMS/KaribMOOY/IMHOM U
sBnseTca cybCcTpaTtoM nfs npoTemHkmHasz A u C. TeH
3KCrpeccrpyeTcs MpakTUYecksM BO BCEeX OpraHax u
TKaHsix. MccnepyeTca [ns BbISBNEHUS FeHETUYECKOM
npeapacronoXeHHOCTU K CONeYyBCTBUTENBHOMN
rMNePTOHUM U CKITOHHOCTU K OTEYHOCTU: MONMMOPPU3M
3TOro reHa CBs3aH C 3aMe[1IeHHbIM BbiBeAEHWEM conew (B
nMepBylo o4vepedb HaTpus) W, KaK CneacTBue, C PUCKOM
330EPXKKM XNOKOCTU B OPraHM3Me, YTO MOXET MOBbIaTh
PUCK PasBUTUSI apTEepWarnibHOM MMMEPTEH3UK, OOHaKo
pesynsraTbl NocnegHMX UCCeAoBaHUM NPOTUBOPEYMBDI.

napaweTamorn, MPOMbIW/IEHHbIE  SObl, necTyuMapl,
KaHLIieporeHbl) npovcxoxaeHuns. KopenH aBnseTcs ogHuUM
n3 cybcrpatoB CYP1A2. Mpu nonnMopduaMe CHKaeTcsl
aKTUBHOCTb ~ depMeHTa U  CKOpOCTb  MeTabonuama
KOpeUrHa, YTO BbIPaXKaeTCs B MOBbILLEHNN PUCKa PasBUTUS
rmnepTeHsnn.

3akJioueHue

[eHeTUYeCKMIN aHan13 BbiSBU Yy o6cne,u,yeMoro MUHKMMaribHble PaKTOpbl prcKka BO3HUKHOBEHMS apTepmaanoﬁ

rmnepTeHsun. PUCK pasBuTUS OaHHOMO 3ab0neBaHNSA CHDKEH.



ObcnegoBaHUS

Ob6cnepnyeMoMy He criefyeT npeHebperaTb NepyognyeckMm MeanUMHCKUMN 06CNeAOBaHUSAMU U KOHTPOSEM
apTepranibHOro JaBMEHUS 1 My/bCa, OCOBEHHO MO OOCTVPKEHUM MPEKIIOHHOro Bo3pacta. CnegyeT yyYecTb, UTo
apTepuasnbHas MMNepTEeH3Ust MOXET BbiTb HE TONbKO MNEPBNYHOM, HO N BTOPUYHOW, SBMSISICb CUMMTOMOM APYrX
3aboneBaHui. Mo3TOMy MpM NOBbILLEHUN apTEPUTIBHOMO AaBEHUs 06CnenyeMoMy peKOMEHOYeTCsl CBOeBpeMeHHas!
KOHCyNbTaums CrieLanncTa, BO3MOXHO MPoBeAeHWe aycKybsTaumm CepaLa, COHHbIX, MOYeYHbIX U 6eapeHHbIX apTepui,
NPV HaNM4YMK LyMa — 3XOKapAanorpadun, OyryIeKCHOro CKaHMpPOBaHWSt apTepui. Mpu HeobxoamMocTn y obcrneayemMoro
MOXHO TaKXe MUCCrefoBaTb YPOBEHb FOMOLIMCTEMHA B KPOBU (OCOBEHHO Mpy Hannuuy nonmmopdumamMa reHa MTHFR),
Ha3HAYUTb KOHTPOJIbHbIE UCCIIEA0BaHUS: OOLWMIA aHaNIU3 KPOBW, BUOXMMUS KPOBU (aMUHOTpaHchepasbl AJTT 1 ACT,
MOYEBMHA, KPEaTUHWH, [TOKO3a, TUMUOHbIM CMEKTP KPOoBW (TPUMmMLepvapl, ObWwmi xonectepuH, xonectepuH MBI n
JINHM) n T.48.)*%

PekoMeHgaumm rno npodunakTrke

Ob6cnenyeMoMy He XenaTesibHO 3/10yNoTPeONSTb BpeOHOW MULLEN (TPaHOKMPLI U T.M.). N36bITOYHbIM BeC (OLeHKa pucka
Habopa Beca 1 COOTBETCTBYIOLWME PeKOMeHAALMM OaHbl B pasaene «M36biTOUHbIN BEC U OXMPEHME» JAHHOrO OTYeTa)
TaKXKe MOXET ObITb MPUYMHOM psina 3aboneBaHW, B TOM YMUCTE U apTepUaribHOM rmnepTeH3mmM, MosTOMy obcrieayeMoMy
XenarenbHoO cbanaHCKMpoBaTb PaLMOH MUTaHWS, BO3AEPXMBATLCA OT NMoTpebneHnst M3GbITOYHONO KOIMYECTBa Karlopui
(NoppobHble pekoMeHAaLMM NPUBEAEHDI B MOTPEBUTENIbCKON BEPCUM OTYeTa). O6paTUTe Takke BHUMaHWE Ha pesynbTaTbl
1 pekoMeHaaLmmM B pasgenax «Xupbl» U «YimeBoapl» NOTPEOUTENbCKOM BEPCUM OTUETa, 3TW PEKOMEeHOALMM NOMOryT
obcnenyeMoMy n3bexaTb Habopa M3BbITOYHOrO Beca M NMOAAEPXMBATb Maccy Tena B npenernax 30opoBOA HOPMbI®.
YBenmueHne noTpebrneHnst pacTUTENbHOM MWK, @ TakKe OONU Kanus, Karnbums (CogepXXaTcsi B OBOLWAx, GpyKTax,
3EPHOBbIX) 1 MarHUsi (COOEPXUTCS B MOMOYHbIX MPOOYKTaX) B PaLMOHE, YMEHbLUEHME NOTPEBEHUS KMBOTHBIX XXMPOB
CMOCOBHbI MUHUMM3MPOBATL PUCK Pas3BuTus Al BraronpusTHbl aapobHble dUsMyeckme Harpyskm B aeKBaTHOM obbeMe
(cooTBeTCTBYOWME PEKOMEHTALIMN NPeACcTaBeHbl B pasaene «CrnopT»*. [JononHUTe bHbIM rMpreM GOonmeBor KUCNOTbI U
pubodnaBrHa BO3MOXEH MPU UX HEAOCTaTOYHOM KOSIMYECTBE B paLMOHe, 6epeMEeHHOCTH, KOpMIeHun*. Ons
MUHUMU3aLMM pUCKa pasBuTus AT o6criefyeMoMY XeraTenbHO UCKITIOUUTL KypeHUEe N CHU3UTb NOTpebrieHne ankorons.
Mpw Hanuumm NonuMopdurama reHa CYPTA2 pekoMeHOyeTCs OrpaHUYUTb NoTpebneHme Kode.



‘ BMOCUHTES aNlbaOCTEePOHa

Pe3ynbTaT reHeTUYeCKOro aHanmsa

leH MNonumopdusm FeHoTMN YacToTa PesynbtaTt

AddPekT

49% MpenpacnonoXeHHOCTb K MOBbILWEHHOM
(o]
NMPOAYKLUUW anbaocTepoHa

CYP1MB2 rs1799998 c/T ® O

ANbOOCTEPOH - FOPMOH, BblpabaTbiBaeMbIi HaAMOUEYHVIKaMM, SBMSIOLWMNCS OOHOM M3 KITKOYEBbIX COCTaBMSIOLUMX PEHUH-
AHMMOTEH3WH-aNbAOCTEPOHOBON CUCTEMBI, PEryIMPYtoLen 6anaHC 3/1eKTPOSIUTOB, apTepuaribHOe OaBreHVe M KPOBOTOK.
Mopsipka 20% nonynsumMmM  pasBUTbIX CTPaH OBHapYyXMBalOT CK/IOHHOCTb K MEPBUMYHOMY  rUMeparibAOCTEePOHU3MY
(rMnepnpoaykumMmn anboocTepoHa HagnodeuHvkamu;, E26.0 no MKB-10), KOTopbIM, B CBOKO ovepenb, SBASeTCS MPUYMHON
okono 10 (8-13)% cnyyaeB apTepuarnibHOM rMnepTeH3nn B LienioM U nopsigka 20% cryydaeB pe3nCTEHTHOM MMnepTeH3unn.
BbigensioT 2 Hanbonee yacTble NMpUYKMHBI MEPBUYHOMO MMNepanibgoOCTEPOHM3MA: anbAOCTEPOH-NPOAYLIMPYOLWME ageHOMbI
1 bunaTteparnbHas rMnepnnasms HagnoYeYHUKOB. TakKe CyLWecTBYIOT 3 TWMna HacneACTBeHHOro rMnepaibaocTepoHU3Ma;
T1n 1 coctaenseT 0,5-1% cnyyaes Al, Tvn 2 - okono 6% cny4yaeB All, TN 3 KpanHe peaok.

HeanekBaTHO BbICOKUIA YpPOBEHb aNbAOCTEPOHA BbI3bIBAET CHVDKEHWE YPOBHS PEHMHa B MjlasMe KpoBM, yAepXaHve B
OpraHMU3Me HaTpusl, YTO, MOMMUMO MUMEPTEH3UWN, TakKe TMOBbILAET PUCK PasBUTUS OPYrUX OCNOXHEHWU cepaeyHo-
COCYAMNCTON CUCTEMbI U LIepebpo-BacKyNSPHbIX OCNOXHEHUI, YCUNEHHOE BblBeOeHUEe Kanus, 3aborneBaHusl modYek U gp.
MHTepecHo, YTO Npu 3TOM BUOCMHTES anbAOCTEPOHa aKTUBMPYETCS KaneM. TakM 06pas3oM, CyLEeCTBYET TOHKMIA BanaHC
MeXAy YPOBHSMU Kanus U albOOCTEPOHa, M MOBbILEHWE YPOBHSA MOCNEOHEro MOXET MNpUBECTU K TMMMnoKanmeMum
(SBRSAOLLENCS OOHUM U3 CUMMTOMOB MEPBUYHOIO MMMNeparibLoCTEPOHM3MA).

NccnenyeMble reHbl

CYP11B2

KoaovpyeT dbepMeHT anbooCTepOH-CUHTa3Y, SB/SIIOLLYKOCS
Hapsagy C AM® OOHMM M3  KOMMOHEHTOB PEHUH-
AQHMMOTEH3MHOBOW  CUCTEMbI, PETYNUPYIOLEN KPOBSHOE
OaBreHve 1 06beM MPOoKaYMBaeMOoM B OpraHM3Me KpOBU .
DepMeHT KaTanuauvpyeT MOoCiedHIo CTaaulo CUHTe3a
rOpMOHa anbOOCTEPOHa U3 [OEe30KCMKOPTUMKOCTEPOHA.
AnbJOCTEPOH B CBOIKO o4vepedb UrpaeT posib B perynsumm
KPOBSHOrO  [aBfeHWs MyTeM MOAAepXKaHUs  BOAHO-
CONeBOro

GanaHca, aKTUBMPYETCS KalMeM W CrocobcTByeT ero
BblBEEHWIO no MPUHLMNY obpaTHoM CBA3M.
MonuMopdHbIN BapuaHT reHa CBsI3aH C  MOBbILEHHOMN
aKTUBHOCTbBIO reHa Z YCUIEHHbBIM CMHTE30M
anbAOCTEPOHa, MPEeAPaCcroNOXEHHOCTbIO K MepBUYHOMY
rMNepasibAOCTEPOHU3MY.

3akJioueHue

FeHeTUYeCKUIN aHanM3 BbiSBUM Y 06CIeQyeMoro CKITOHHOCTb K YCUNEHHOMY CUHTE3Y arnibJOoCTepOHa. BbisiBNieH yMepeHHbii

PUCK pasBnUTUSA MTMMNOKarTIMeMnn.



ObcnegoBaHUS

O6crenyeMoMy XernaTenbHO KOHTPONMPOBaTb YPOBEHb a/TbAOCTEPOHA, COOTHOLIEHUS YPOBHEN anbAOCTEPOHa WU PEeHMHA B
rnasme KpoBM, a TakKe YPOBEHb Kasiusl B KPOBM U Mode. Takke MOXeT 6blTb PEKOMEH0BaH KOHTPOSb apTepuanibHOro
[aBNeHVs (O3HaKOMBTECh TakXKe C pe3ysisTaTaMy M peKoMeHOaumMaMK, NpeacTaBneHHbIMU B pasaene «ApTepuarnbHas
rUnepTeH3us» JaHHOMO OTYeTa). MpY HapYLWEeHWN COOTHOLWEHUS aNbAOCTEPOH/PEHNH BO3MOXHO NpoBeaeHme
KOMMbIOTEPHOM TOMOrpadun HaOMOUEYHUKOB /19 UCKITIOUYEHUS TUNepPriasii UM ageHoMbl, B Crlydae HeObXOaMMOCTM —
YNBTPas3ByKOBOE UCCNeaoBaHWe novek, kapanorpaduyeckoe obcnenoBaHne (0CO6eHHO Mpu runokanmemmnm). Mpu
HEeO6X0AMMOCTM (MO pe3yrbTaTaM KIMHUYECKMX aHaNM30B) BO3MOXHO Ha3Ha4yeHWe MpenapaTtoB — aroHUCTOB
MUHEPaNTOKOPTUKOMOOB*. MOCKObKY MNeprpoayKLUmMsa arbAOCTEPOHA BEAET TakKe K MOBbILLEHHOM SKCKPeLMM KarbLims,
MOXET BbITb Mosie3eH KOHTPOsIb YPOBHS Ka/lbLIMS B KPOBM U MOYE, BO3MOXHO MpoBeAeHNe OEHCUTOMETPUN (OCOBEHHO
NPy HapYLWEHUW peLienumm BUTaMrHa D, CM. COOTBETCTBYIOLLMIM pa3nen oTyeTa).

PekoMeHgaumm rno npodunakTrke

O6cnenyeMoMy XXenaTesibHa KOppeKLMs paLmoHa no Kanmio, OCOBEHHO BaXKHas B Crlydae MnokKasimeMmm KpoBW.
PekoMeHpaLmm no notpebneHuio kanus s obcnenyemMoro npeacraeneHsl B pasgene «lotpebnenve kanus»
NoTPEeBbUTENBCKOM BepCUM OTYeTa. Takke obCrefyeMoMy XeraTeslbHO KOHTPOSIMPOBaTh NoTpebrieHre Bodbl, CObnoaaTh
BOAHbIM pexuM (MogpobHO - B pasaene «lMoTtpebneHue Boabl» NOTpebuTenbckom Bepcum oTyeTa). Takke obpatute
BHMMaHVe Ha peKoMeHJaLUmmM, JaHHble B pasferniax «BogHo-coneson GanaHc» AaHHOro otyeTa v «[oTpebnerHve
MOBapEHHOWM COMM» MOTPebUTENbCKOM Bepcm oTveTa. MNprn HeOBXOOMMOCTN BO3MOXHO HasHauYeHne obcrieoyeMomy
rNpenapaToB — arOHUCTOB MUHEPa/IOKOPTUKOMOOB*. MOXET ObITb MOMe3eH Takke NpueM BuTtammHa D (OONOnHUTEIbHO
O3HaKOMbLTEChb C COOTBETCTBYIOLWMM pa3fesioM oTyeTa)*. HasHauyeHne OnypeTrKoB AO/MKHO ObiTb NO4 KOHTPONEM
CMNeumanmcTa, OHM OOMKHbI BbITb Kanumcbeperatowmmm®,



[TweBoe noBegeHue

B npouecce nuweBapeHnss BCe NUTaTe lbHbIE BELLECTBA PaCLLENnNSOTCS Ha COCTaBHble
/IeMeHTbl, 4YaCTb KOTOpPbIX MepexoouT B MeXaHU4YecCKylo pa60Ty, BbIMNOJTHAEMYIO
MbllWL@AMN, @ Opyrad YacCTb UCMOJ1Ib3yeTCAa A1 CUMHTEe3a 60o1ee CNOXHbIX COeaNHEHUN 1A
HakarmBaeTCd B CreuyaribHbIX MaKpOo3prmyeCkmx coeanHeHnAXx.

OTOT npouecc obecrneymBaeT 3SHEepreTMYeckun OO6MeH B OpraHM3Me, KOTOpbIn
HeO6XO,EI,VIM ona nogoep>XaHuna XM3HeaeATes/lbHOCTU U COXpaHeHUA TMNOCTOAHCTBa
BHYTPEHHEN Cpefbl — rOMeocTasa. YCBOSIEMOCTb Pa3sHbIX MUATATESbHbIX BELLECTB Y BCEX
noper pasHasl, OHa 3aBUCUT OT  MHOMBUOYaSIbHbIX OCOGEHHOCTEM W COCTOSHWS
OpraHmM3aMa, a Takke OT o0bpasa XM3HM 4YeroBeka, KomdecTBa WM KadecTBa
noTpebnsaeMon NmLL.

OCOBEHHOCTU DYHKLMOHUPOBAHMS SHEPreTUYEeCcKOro 06bMeHa B OpraHM3Me BIUSIOT Ha
OCHOBHOW OBMeH BELLECTB U NueBoe rnoseaeHWe yenoseka. C OXMpeHMEM CBs3aHbl
HE TO/bKO MeTaboNMueckme HapylweHUs, HO W TMCUXOreHHble @aKTopbl, KOTOpble
MPUBOLASAT K CUCTEMaTUYECKOMY NepeenaHnio Y HEOCO3HAHHOMY YBETMYEHUIO CYyTOYHOW
KaropUMHOCTM paumoHa. s nopaepXaHus 300pOBbsi M CTPOMHOM GUrypbl HY>XKHO
PacCUUTbIBaTh MHOMBMOYASIbHYIO CYyTOYHYHO HOPMY KallopuUi U YyUUTbIBaTb GUINUECKYIO
aKTVBHOCTb YesioBekKa.
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SPPEKTNBHOCTDb
BbICOKOHOEKOBOW OMNETDI

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopdusm MeHoTUn YacToTa PesynbTaTt IClololTg g

MoBbIWeHHbIN PUCK Pa3BUTUS anabeTa, B
FTO rs9939609 A/A 20% CBSI3U C BbICOKMM PMCKOM PasBmTUS 6 O

OXnpeH1a

Mockornbky 6enku SBRSIOTCS BaXXHENIWEN PYHKLWMOHATIbHOM U CTPYKTYPHOM COCTaBNSOWEN OpraHn3Ma, OHM 0bsi3aTesibHO
[OMKHbBI MOCTYNaTb C NUWen. B xxenyaoke oHW pacluennsitoTcs nog, AENCTBUEM MPOTEONUTUYECKUX GEepMeHTOB (MerncuHa,
TPUMNCUHE, XUMOTPUMNCUHA W Op.) OO aMUHOKWCIIOT, KOTOpble 3aTeM YCBaMBaKOTCS, BCAChIBAOTCH B KPOBb M MOMyT SIM60
MCMOSb30BaTbCA B MpoLecce TPaHCIsUMM OIS CMHTE3a COBCTBEHHbIX 6GeflkoB OpraHvaMma, Nnbo noasepraTbes
MeTabonmaMy Yepes KeTOKMCNOTbl C 06pasoBaHWEM [TIHOKO3bI, JIMMMOOB, KETOHOBbLIX Ten. O6pasoBaBLUMINCA B MpoLiecce
pacriafa aMMKaKk BbIBOOUTCS B BUOE MOYEBKMHblI Yepesd mouky. Ocoboe 3HaveHMe MMEOT BXOAse B COCTaB 6eskoB
He3aMeHVMble aMWHOKMUCIOTbI, KOTOpblE KPOME KaK M3 MULLM OpraHmM3M MOSy4YmnTb HEe MOXET HUWKaK. Benku HacTonbko
BaXHbI, YTO MOYTU NtOBOEe HapylleHne 6GenlkoBoro obMeHa BefeT K Cepbe3HbM HapyLUeHWsM pasBuTUS MGO BOBCE
HECOBMECTMMO C XXM3HbIO.

MoMUMO 3TOro, 6enku CrocobCTBYOT GbICTPOMY HACBIWEHWMIO MPY MPUEME MULLM MPUTOM, YTO MMEIOT B 2 pasa MEHbLUYIO
KarOpUMHOCTb, YEM XUPbI U YIMeBoabl. [103TOMY BbICOKOOEKOBas AMeTa CYUTAETCs OOHOM 13 Hanbonee addeKTUBHBIX U,
B MpuHUMMIE, MOXEeT OblTb pekoMeHOoBaHa OOMbLUMHCTBY JIHOOEN, Xenalowmx COpOCUTb UM KOHTPOMPOBaTb Bec (B
crlydae, ecimM Yy HUX He ObHapyxXeHbl 3aborneBaHus nodek). OpHako, Kak Mokasaiuv  MCCNefoBaHWs, Ha ee
HEMNoCpeACTBEeHHYO 3PPEKTUBHOCTb BAUSET MrEHOTUM.

NccnepyeMble reHbl

FTO

KoompyeTt 2-0KCOoryTapaT-3aBUCUMYIO oeMeTunasy, MonuMopdunaM 3TOro reHa CBs3aH C  3aMe/IeHHbIM
KOTOpasi y4yacTByeT B MoOgMdUKaLMU  HYKITEUHOBbIX UYYBCTBOM HaCbILEHNS W yBENMYEHHbIM MOTpebneHnem
KUCNOT, OCYLLECTBNSIOWMX  PEryNSaTOPHYO  GYyHKUMIO. Kanopum U BHOCUT GOnblUOM BKIag B pasBUTUE
Benok Bblpa6aTbIBaETCﬂ B 601'IbLIJeVI nnum MeHbLIJeVI OXUNpPEHUA. OD,HaKO 9TOT pucK MOXHO CHU3UNTb
creneHum nouTU noBceMecCcTHO B opraHm3ame, HO perynﬂpHon ¢M3MHeCKOVI AKTUBHOCTbHO.

MakKCUMaJIbHO - B HepBHOVI TKaHN U OCO6eHHO B

rmno-ranaMyce.

3akJioueHue

FeHeTUYeCKUA aHanmM3 BbISBUM Yy 06CNenyeMOoro BbICOKYO MOTPEBHOCTb B COBMOAEHNN 6ENKOBOW ANETbI L1 COXPaHEHMS
Pusmnyeckon ¢opmbl. BoicokobenkoBast ameta apPpeKTrBHaA U MOXET ObITb PEKOMEHOBaHa.



ObcnegoBaHUS

O6cnenyeMoMy pekoMeHO0BaHO HasHauYeHVe BbICOKOOETKOBOM OMETbI MPWY OTCYTCTBUM 3a00NIEBaHUN MOYEK U MEYEHM.
O6crnenyeMbli CKITOHEH YyBCTBOBAaTb CbITOCTb Yepe3 30-40 MUHYT Mocne NpUeMa MUY, YTO MOXET MPUBOAUTD K
CyLLECTBEHHO U3ObITOYHOMY MOTPEONEHUIO Kanopu. EMy pekoMeHayeTcsi BKtouaTb 6enku B Kaxabi MPUeM MULLm K
YBENNUNTD UX OOMO B paumoHe go 20-25%, T.e. 0o 1,8-2,5 r/kr noeanbHowm Macchl Tena*. [ns nognepXaHus
OMTMMarIbHOro Beca obcrneayeMoMy O4eHb BaXKHO HE MpPeBbILaTh PEKOMEHAOBaHHbIE €MY HOPMbI MOTPEBIEHUS XXMPOB U
YITIEBOAOB (COOTBETCTBYIOLWME PEKOMEHOALMM MPVBEAEHbI B pasgenax «XXupbi» 1 «YmeBogbl» MOTpebrTenbckon Bepcum
otyeTa). Npn GenkoBor aMeTe BaXHO NMTb AOCTaTOYHOE KONMMYECTBO BoAbl (CM. pasgen «[oTpebneHve Boabl»
NoTPEeObUTENbCKOM BEpPCUM OTYeTa). HeoBX0aMMO y4ecTb, YTO OIS CHUXKEHWS Beca AveTa JOMKHa ObiTb MMMoKaiopuUMHoOM®*.
NMoMuMo 6enKOoB o1 MOAAEPXXaHUS ONMTUMaNbHOrO BECA BaXKHO BKJIIOUYEHME B PaLWOH LOCTAaTOYHOro KOMMYeCcTBa
MULLEBbBIX BO/TOKOH (KOHKPETHble peKoMeHOaLWW NMpeacTaeneHbl B pasgene «[vweBble BONOKHa» NOTPebuUTeIbCKom
BEPCUM OTYETA). Takke MpuU BbICOKOHENKOBOW AMETE BaXKHbI peryssipHble dpusmyeckme Harpyskm (pekoMeHOaLmm rno
noabopy KOHKPETHbIX BUOOB CriopTa U 3PPEKTUBHOCTM HArpy30K O/151 CHXKEHUS U MOAAEPXKaHUSA BeCa NPUBEAEHDI B
pasgene «CriopT»)*.

PekoMeHOaLmMM No npopuiakTmke

O6cnenyeMoMy pekoMeHO0BaHO Ha3HaYeHMe BbICOKOGETKOBOM ANETbI MPY OTCYTCTBUW 3a60/1EBaHUM NMOYeK 1 NeYeHMN.
Ob6cnenyeMbl CKITOHEH YyBCTBOBAaTb CbITOCTb Yepe3 30-40 MUHYT nocne npuema Ny, YToO MOXeT NMPUBOAUTDL K
CyLLECTBEHHO M3BbITOYHOMY NoTpebnerHuio Kanopun. EMy pekomeHayeTcs BtouaTb 6eku B KaXabi MPUeM MULLm m
YBENUUUTD KX AOM0 B paumoHe oo 20-25%, T.e. oo 1,8-2,5 r/kr ugeanbHoM Macchl Tena*. Ons nogaepkaHus
ONMTVMaribHOro Beca 0bcnegyeMoMy O4YeHb BaXKHO HE MPEeBbIaTb PEKOMEHOOBaHHbIE MY HOPMbI MOTPE6IEHNS XXMPOB U
YMeBOAOB (COOTBETCTBYIOLME PEKOMEHOaLMM NpuBeaeHbl B pasaenax «Kupbi» 1 «YmeBodbl» NMOTPebUTENbCKON BepCcum
oTtyeTa). Npu 6enKoBOM AMeTe BaXHO MUTb JOCTaTOMHOE KOMMYeCcTBO BOAbl (CM. paspen «[oTpebneHve Bogbi»
MoTpebuTenbckom Bepcmm oT4eTa). HeobxoamMo ydecTb, YTO O/ CHUKEHWS BeCa AveTa AO/MKHa ObiTb MMMOKasiopuMHON™.
NMoMuMo 6enKoB o1 NOAAEPXXaHWS ONMTUManbHOrO BECa BaXKHO BKJIIOYEHMEe B PaLWOH AOCTaTOYHOro KonM4ecTsa
MULLEBbIX BONTOKOH (KOHKPETHblE pekoMeHOdaLMM NpeacTaeieHbl B pasgene «[uwesble BOIOKHa» NOTPe6bUTenbCKom
BEpPCUM OTYEeTa). Takke Npu BbICOKOOEIKOBOWM AMeTe BaXHbI perynsipHble Gusmnyeckme Harpyskm (pekoMeHgaumm no
noabopy KOHKPETHbIX BUAOB CriopTa U 3G PEeKTUBHOCTM Harpy3oK A1 CHDKEHWS U MOAAEepXXaHWUS BeCa NpuBeAeHb! B
pasgene «CropT»)*.



‘ N36bITOUHBIN BEC N OXUPEHUNE

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopduam MeHoTMn YacToTa PesynbTat AddPekT

MoBbILIEHHbIN PUCK pa3BUTUSA OnabeTa, B

FTO rs9939609 A/A 20% CBSI3M1 C BbICOKMM PUCKOM Pa3BuUTIS 6 6
OXMPEHMs
MCA4R rs17782313 cr 46% MpenpacronoXeHHOCTb K CH/XEHMIO o ®

CKOPOCTU noaasrieHns YyBCTBa rosioga

MpenpacrnonioXeHHOCTb K BbICOKOM
ADRB3 rs4994 T/T 12% CKOPOCTU NIUMONN3a B OTBET Ha BbIGPOC ®
agpeHanMHa

MpenpacrnonoXeHHOCTb K CHUXEHMIO

aKTUBaLMK MIMKOrEeHOIM3a B OTBET Ha o ®
yBENMYeHMe YpOBHsl aapeHanHa, puck
M36bITOYHOrO BECa YMEPEHHO MOBbILLEH

ADRB2 rs1042714 C/G 51%

MpeapacnonoXeHHOCTb K YBEMYEHNIO
FABP2 rs1799883 G/A 42% CKOPOCTU TpaHCropTa HaCbILWEHHbIX ® O
XUPHBIX KNCIOT

MpenpacronoXeHHOCTb K BbICOKOM
PPARG rs1805192 c/C 69% CKOPOCTU POCTa XMPOBbIX KIIETOK 1 6 6

Pa3BUTUIO MHCYTMHOPE3NCTEHTHOCTU

o MpenpacnonoXeHHOCTb K CHXXEHHOM
CD36 rs1761667 G/A 47% BKYCOBOW UYyBCTBUTENBHOCTU K XMPaM ® O

M36bITOYHBbIN BEC N OXMPEHME SBMSIOTCA Ha CErofHsIWHWM OEHb OOHOM M3 CaMbIX Cepbe3HbIX MeayKO-COLMarIbHbIX
npobnem. Tak, B 2016 rogy 6onee 1,9 mnpn Yyenosek craplue 18 net mMMenn n3bbiTOYHbIN BEC, U3 HKX CBbiwe 650 MIH
CTpapany oxuvpeHneM. MNpu 3TOM YMCNO AeTeN 1 NMOAPOCTKOB, MMEIOLWMX U3ObITOUHbIN BEC UM CTPaAAIOLLMX OXUMPEHUNEM,
cocTtaBuno 430 MMH. Y B3POC/IbIX AMArHO3 «M36bITOUHbIM BEC» CTaBUTCs nMpu MMT 6orblue vny paBHOM 25, «OXUpPEHUE» —
npu UMT 6onblue uim paBHoM 30, «MopbuaHoe oxupeHue» — npu UMT Gornblie unm pasHoM 40 (unn 35 ¢ cepbe3HbiMU
OCITOXXHEHUSIMU).

Cpeay MEXaHM3MOB OXUPEHWSI MOXHO BblOENUTb HEMPOreHHble, SHOOKPUHHbIE 1 MeTabonuyeckme. B OaHHbIM pasgen B
rnepBylo ouyepefp BkOYeHa MHbOPMaLMS O MonMMopdU3Max, CBA3aHHbIX C METabOMIM3MOM U OTYaCTW — C perynsiumen
anneTuTa. MpUYUHbBI HEMPOreHHOTO OXUPEHUSI KPOKOTCSI OBbIMHO B MCUXWKE M MOTYT ObiTb CBSI3aHbl C aKTVBALMEN CUCTEM,
y4yacTByoWMX B GOPMUPOBAHMM YyBCTBa YOOBOMBbCTBUS, YTO MPUBOAUT K U3OBITOYHOMY MpUEMY nwm. MeTabonmyeckme
MEeXaHM3Mbl Pas3BMBAlOTCS B CBS3M C HapyLEeHWMEM OOMeEHa XMPOB W/WUNN YITeBOOOB U NX OTIIOKEHWEM B N3ObITOYHOM
KonuyecTse.

Mpn HapyWeHUsX XMPOBOrO OBMeHa YCUIMBAeTCH CUHTE3 TPUTIMLEPUAOB WM NWMOMNPOTENOOB, B pesy/brate 4yero
BO3HMKaeT rmnepannmoeMmna n runepxonecrepnHeMud, noBbllaeTCd YypOBEHb CBO60,EI,HbIX XKUPHbIX KNCNOT. B cnyyae
HapyweHna yrmeBoaHoOro obMeHa HapylwaeTcq MeTabonusm MIOKO3bI, MOBbIWAETCA KOTNMYEeCTBO MNKOreHa B neYveHu, npu
3TOM B MbILEYHOM TKaHW YTUNM3aUUs TIHOKO3bl HapyLllaeTcs. CrenyeT OTMEeTUTb, YTO M3BbITOUHbIA BEC, B CBOIO oyepenb,
aBnseTcs GakTOpOM pUCKa PasBUTUS MHOMMX 3aborneBaHWl, B MEpBYO odepedb CepAeYHO-COCYOMUCTbIX M CaxapHOro
omnabeTa 2-ro Tvna.



Ha ceropgHsiwHWM aeHb BbisiBneHo 6onee 900 nonvMopdHbIX BapuaHToB B 6onee yem 530 nokycax, acCoLMMPOBaHHbIX C
M36bITOYHBIM BecoM. o AaHHbIM HOBEWLIEro MeTaaHa/In3a, MeHEeTUKOM ObbsicHaeTcs nopsioka 14% Bapuaumm MHOekca
Maccbl Tesna, HacneayeMoCTb MHAEKCa MacChl Tena cocTaenseT 6onee 22%.

NccnepyeMble reHol

FTO
KooupyeT  2-okcomyTapaT-3aBUCMMYIO  [eMeTunasy,
KOoTopas ydyacTByeT B MOOUOUKaLMU  HYKITEMHOBbIX

KWUCMOT,  OCYLECTBASIOWMX PEFYNSTOPHYIO  PYHKLMIO.
Benok BblpabaTtbiBaeTc B 6GONMblIEN WX MeHbLUen
CTEMEeHW TMOYTU TMOBCEMECTHO B  OpraHuMaMe, HO
MakCUMaslbHO - B HEPBHOM TKaHM U OCOBGEHHO B
runoTanamyce. [lonvMopdmnsM 3TOro reHa cB¢h3aH C
3aMe/1IeHHbIM YYBCTBOM HaCbIWEHWSI W YBESTIUYEHHbIM
noTpebneHneM Kanopum U BHOCUT 6GonblloN BKIaL B
pasBuTHE OXUPEHU. OOHAKO 3TOT PUCK MOXHO CHU3UTb
perynsipHomn GuUan4eckom akTUBHOCTbIO.

PPARG

KooupyeT ramMma-penenTop nponudepaLmm nepoKCHUCoM,
KOTOPbI B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOW TKaHW, B
HebOmMbIION CTEeMeHN - B KUWEYHWKe, Xenyake,
rmnaueHTe, MOYeBOM nysblpe, nerkmx. OCHOBHOM
yHKUMEN 3Toro 6enka  sBNsSeTCs aKTWBaUMs [eHOB,
CBSAI3aHHbIX C aKKyMynsiLMen Xupa, ouddepeHLMpOBKOn
KITeTOK >XMPOBOW TKaHW M MUOBNAacToB. MrpaeT BaXHYIO
ponib B UYBCTBUTENIBHOCTU  PasfNYHbIX TKaHeM K
VMHCYnuHy. [MonvMmopdHasi 3amMeHa B 3TOM  eHe
GnaronpusiTHa U CBsi3aHa C 6onee HU3KOM CKOPOCTbIO
pPOCTa XXMPOBOW TKaHW.

MC4R
KoovpyeT  MenaHOKOPTWKOTPONHbIN peuentop 4,
KOTOpbIA ~ OTHOCUTCS K @HOPEKCUIeHHOM  4acTu

perynsiTopHoro nyTw NLLEBOro noesegeHVs!
(MenaHOKOPTUHEPIrMYeCKnn  MyTb). IKCrpeccrpyeTcs B
LIeHTpasibHOM HEpBHOM CuUCTEMe, B MEepBylO0 ouepenb B
rO/IOBHOM Mosre. B3anmopencTeyeT c
a0PEHOKOPTUKOTPOMHBIM 1 METaHOLMT-CTUMYNIMPYIOLLMM
ropMoHamun. Yepes aTOoT peuentop npu ydactm G-
6e5KoB  3aryckaeTcs CuUrHaa O MOoAaB/eHMM YyBCTBa
ronoja U CHWXeHWn notpebnerHus nuwm. NMonumopdHas
3aMeHa B 3TOM reHe CBfidaHa CO CHWKEHHOWM CKOPOCTbIO
rnogaBeHVss YyBCTBa rOOAa U yBe/MYeHWeM oblen
KafIOpUMHOCTW paLmoHa.

FABP2

KooupyeT nepeHOCUMK XUPHbIX KUCNOT 2-ro Tuna. benok
CBA3bIBAET XKMPHbIE KUCIOTbl B TOHKOM  KULLEYHMKE,
CrnocoobCTBYET 60Mee akTUBHOMY MX YCBOEHUIO, ObnagaeT
BbICOKMM CpPOACTBOM K HaCbILEHHbIM XUpam,
obecrneymBaeT 3axsaT, BHYTPUKIETOUHbIA TPaHCMOpPT M
MeTabonmaM  AJIMHHOLEMOYEYUHBIX  XXMPHbBIX  KUCMOT.
SKCrpeccmpyeTcsl B KULWEeYHWKe. MonnMopdmsM B 3TOM
reHe CBsiI3aH C YCKOPEHHbIM TPaHCMOPTOM HacCbILEeHHbIX
XUPHBIX KUCNOT WM MOBbIWEHHbIM  PUCKOM  Habopa
M36bITOYHOrO Beca.

CD36

KoovpyeT peuenTop K >XUPHOMY, KOTOPbIA SBAsSieTCS
WMHTErpasibHbiIM MeM6BpaHHbIM GeslkoM, OTBEYaloLWMM 33
MeTabonmam XUPOB (cBsi3blBaeT OKUCIEHHbIE
NIMNOMPOTENHBI  HU3KOM MNIOTHOCTK, dochonunuabl U
XMPHbIE KUCOTbI), Pacro3HaBaHWE >XMPOB B MWLE Ha
BKYC, YCBOEHWE XWMPOB B KULWEYHUMKE. MaKCUMaribHO
IKCMpeccrpyeTc B XMPOBOWM TKaHM, a Takke B
HeBO/bLLIOM KONMYecTBe B ceple, cefieseHke, nnaueHTe
W OpyryiX TUMax KIeToK, BKIOYas MOBEPXHOCTb 3MUTENUS
BKYCOBbIX COCOYKOB. [lonmMMopduaMbl B 3TOM reHe
CBSA3aHbl CO BKYCOBbIM BOCMPUATMEM TEKCTYPbl >XUPHOM
MAWM U M3BBLITOYHBIM MOTPEBNEHNEM XMPOB, UTO MOXET
NPUBOANTD K HABOPY M3BbITOYHOMO BECa.

ADRB2

KooupyeT 6eTa-2-agpeHepruyeckmin peLenTop — UMOHHbIN
GenKkoBbIi  KaHan  UMTOrN/asMaTu4eckon  MeM6paHbl
KNeTKY, WMEIOWMA BbICOKYIO CTEeneHb CpoAcCcTBa K
agpeHanvHy U1 obecrneyvvBalolMi  MOBbILEHVE  WIN
CHWXEHWE MeTaborMyeckon akTUBHOCTW MHHEPBUPYEMOM
TKaHW N opraHa. AxkTusaums ADRB2 Bbi3blBaeT
yBe/IMYEHNE UHTEHCUMBHOCTU TIMKOreHonmsa. B reHe
Hanbonee m3ydeHbl [OBa nonmMmopdmama: Glyl6Arg
(cBsi3aH C cepaeyYHbiM BbIBPOCOM B MOKOE, MOBbILLEHHOMN
OpoHxoaunaTaumMern U BbIHOCIMBOCTHIO) U GIN27Glu
(cBSiZaH C OXMPEHWEM U [TIMKOreHOM30M, pacrnagoM
IMMKOreHa Npu GUanYeckor akTMBHOCTM). Annenb 27Glu
(G) cBsi3aHa CO CHWXKEHHOW CKOPOCTbIO MUKOreHonmM3a B
OTBET Ha BbIOPOC agpeHasiMHa W MOBbILUEHHbIM PUCKOM
Habopa 136bITOYHOIrO BECa/OXUPEHUSI.



ADRB3

KoovpyeT 6eTa-3-agpeHepruyeckuin  peLenTtop, 4epes
KOTOpbIA nog BO3JeNCTBMEM KaTexonaM1HOB
orocpenyeTcs NUnonmMs 1 TepMoperynaums. PeuenTop
OeNCTByeT B agunoumTax, Mpu 3TOM  MaKCMMasribHas
IKCMpeccunsl reH OTMeYaeTCs B SMUHMKaxX, a Takke B

MonMopdm3M B reHe CBSI3aH CO CHWXKEHWEM BblpaboTKM
JaHHOro peLenTopa B TKaHsX, YTO 3aMem/iseT MnpoLecc
CKUraHUA XMpa, U acCoLMMPOBaH C PasBUTUEM TaKUX
3aboneBaHNA, Kak rvnepToHunYeckass 60/e3Hb, CaxapHbiiA
OMabeT, OXUpeHve.

nnaueHTe, XXen4HoM 1 MOYEeBOM My3blpax.

3akJiroyeHmne

[eHeTVYecKMIN aHan13 BbISBAT Yy o6cr|e,u,yeMoro CpeaHK NpeapacrionoXeHHOCTb K Ha6opy M36bITOYHOIO BECa, Cpe,D,HVIPI
PUCK OXMNPEHUS.

O6cnenoBaHUSA

O6cnenyeMoMy XernaTesnieH KOHTPOsb Macchl Tena. NMoMUMO 3TOro, XenaTesibHO NepUOANYECcK KOHTPOIMPOBaTh
NNNNOHBIA CNEKTP KPOBU (YPOBEHb TPUMMLIEPUOOB, OBLLEro XonecrepuHa, xonecrepuHa JIMBIM v JTTHM), a Takke
YPOBEHb [T10KO3b, MMUKO3U/TMPOBAHHOIO reMOITIOOMHA M MHCYNIMHA B KPOBW. Takke XXenaTenbHO KOHTPOIMPOBaTb
apTepvaribHoOe OaBleHMe, OCOBEHHO eCiTn U3BbITOYHbIM BEC NMPUCYTCTBYET. KpoMe TOoro, 3bbITOUHbIM BEC MOXET ObITb
TaKXKe CUMMTOMOM HapyLIeHUA paboTbl SHAOKPUHHOM CUCTEMbI (TUMOTUPEO3, CUHAPOM KyLIWHME, HapyLeHUs!
rMnoTanamMmyeckmx GyHKUMA 1 4p.), MO3TOMY MpU HanM4mm y o6crnenyeMoro n3bbiTOYHOroO BeCa PEKOMEHYETCS Takke
npoBecTn obcnenoBaHne GYHKLUMA LWTOBUOHOW Xenesbl (aHanm3 yposHS T3 1 T4, TTT, a Takke Y3U WwToBMOHOM
Xenesbl) 1 rmnodumsa (uccnepoBaHve TTT, nponakTuHa, MPT runodusa)*. Mpyv HamMYmm KINMHUYECKMX NMOKa3aHUA U Mo
pekoMeHOaLmMKM CreLmanucTa BO3MOXHO HasHauYeHe AOMONHUTESNbHbIX creumdudeckmnx obcieaoBaHUn®.

PekoMeHOaLUmm no npodunakTmnke

[ns nopoepkaHus onT1UMaribHOro Beca obcrenyeMoMy XenaTerlbHO He MpeBblllaTh peKoMeHOoBaHHbIE eMY HOPMb
noTpebneHust X1poB 1 yrmesonoB. COOTBETCTBYOLWME peKOMeHaaUmMn npurBeneHbl B pasaenax «XXupbi» 1 «YrmeBoabl»
noTpebuUTenbCckom Bepcun otyeTa. [Npy HeoBXOAMMOCTU CHUXEHWS BeCa NMiATaHWe OOSXKHO GbiTb MMNOKaNOPUNHBIM,
BO3MOXHO COOMIOAEHME BbICOKOOETKOBOW, HN3KOXMPOBOM UM HU3KOYITIEBOAHOM AMeTbl. OLeHka 3PdEKTUBHOCTU 3TUX
OMET C TOYKM 3pEeHUS FeHETUYECKOWN MpeapacrioNOXEHHOCTM NpuBeaeHa B pasaenax «benkuy», «3dpeKTMBHOCTb
HU3KOXUPOBOWM AMETbI» N «IDPEKTUBHOCTb HU3KOYITIEBOOHOM OMETbI» HacToswero otyeTa. Ecnm obcnenyembin
UCTbITbIBAET NMPOBGIEMbI C COBMIOOEHMEM PEXMMA MUTAHUSA U OUETDI, EMY MOXET 6bITb PEKOMEHLOBaHa KOHCY/BTaLIMSA
McMXoriora Unm rncuxoTtepanesTa. YKenaresbHO BK/loUeHWe B PaLyoOH AOCTAaTOYHOro KOMMYECTBa MULLEBbIX BOIOKOH
(KOHKpeTHble peKkoMeHaaLWM NpeacTaBneHbl B pasaene «uieBble BOTOKHa» NMoTpebtuTeIbCKoM BEPCUM OTUETA).
YKenatenbHO orpaHN4YUTb yrnoTpebreHre ankorons. Takke obcnenyeMoMy BaxHbl peryrisipHble Guamyeckme Harpyskum
(pekoMeHaaLmMm no noabopy KOHKPETHbIX BUOOB CriopTa M 3 PEeKTUBHOCTM Harpy3oK OJ1s CHUXEHWUS U Noaaep)XaHus Beca
npvBeneHbl B pasgene «CropT»). Mpu HeobXoaMMOCTM MOTYT 6biTb HasHauYeHbl METOOPMUH, OPNIUCTAT UK pyrme
rnpernaparbl, UCXOASA 13 XapakTepa HernocpeacTBeHHOW KITMHUYECKOM KapTUHDbI®.



f
[NoTpebneHme aHeprmm 3 nNULU

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdusm FeHoTUn YacToTa Pesynbtat AddekT

ETO rs9939609 A/A 19% Hpeﬂ,paCI'IOJ'IO)KeHHOCTb K MeasieHHOMY @ @

NnoABIeHNIO YyBCTBa HacCblLLeHNA

MC4R rs17782313 C/T 46% CEgeD,paCFIOﬂO)KeHHOCTb K CHUXXEHUIO @ @
POCTU noaassieHnsa 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 nuueBapeHns 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 OBpasoM, 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 GOPMUPOBaHKME YyBCTBa ronoga Hemvponentuda Y) v rpenvHa (MoBblleHME KOHLEHTPaLUMM 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
MONMMOPPU3Mbl FEHOB, CBA3aHHbIX C BbIPAOOTKOM FOPMOHOB MUMOTaiaMyca, PerynmpyoLmx NUeBoe NoBeaeHue, a Takke
pPeLenTopoB K HUM.

NccnepnyeMble reHbl

FTO MC4R

KogupyeTt 2-0OKCOorTyTapaT-3aBUCKMYIO neMeTunasy, KooupyeTt MeNaHOKOPTUKOTPOMHbIN peuentop 4,
KOTOpasi yyacTByeT B MogudMKaLUM  HYKIIEMHOBbIX KOTOpbIM ~ OTHOCUTCS K  aHOPEKCUIeHHOM  4acTu
KWCMOT,  OCYLECTBMSIOWMX PErynsiTopHYIo  PYyHKLMIO. perynsiropHoro nyTv NMULLEBOro rnosegeHvst
Benok BblpabaTbiBaeTCs B 6GOMblle  UNM MeHbluen (MenaHOKOPTUHEpPruyeckun MyTb). IKCrpeccupyeTcs B
CTEMEeHW TMOYTU TMOBCEMECTHO B  OpraHuMaMe, HO LeHTpa/ilbHONW HEPBHOW CUCTEMe, B MepBylO odvepedp B
MakCUMaslbHO - B HEPBHOM TKaHM U OCOBEHHO B rONOBHOM Mosre. BsanmopericTeyeT c
runotanamyce. [lonvMopdmnaM 3TOro reHa cBsA3aH C aOpPEeHOKOPTUKOTPOMHBIM - 1 MENTaHOLMTCTUMYIMPYHIOLLIM
3aMef/1eHHbIM YYBCTBOM HaCbIWEHWS W yBESTIMYEHHbIM ropMoHamwn. Yepes aTOT peuentop npu yvactum G-
noTpebrieHneM Karnopui U BHOCUT OOMblUOM BKNag B 6enkoB 3amnyckaeTCcs CUrHal O MOJdaB/eHUM YyBCTBa
pasBUTHE OXUPEHUS. OOHAKO 3TOT PUCK MOXHO CHU3UTb ronoga U CHWXeHWU noTpebnenHns nuwm. MNMonmMmopdHas
perynspHon GpuUan4eckom akTUBHOCTbIO. 3aMeHa B 3TOM reHe CBsi3aHa CO CHWKEHHOW CKOPOCTbIO

NnodaBneHnss YyBCTBa rofioga W yBeNMYeHMeM obLuei
KanopUMHOCTU paLmoHa.



3akJioueHue

[eHeTUYeCKNN aHan13 nokasarsn, uYTo Yy o6cnep,yeMoro noBbIWEeH PUCK Ha6opa BeCa B CBA3U C NpeapacrnonoXeHHOCTbIO K
HapyweHnaMm d)OpMVIpOBaHMﬂ YyBCTBa ronoaa " HacbllWeHUS.

ObcnegoBaHUSA

ObcnenyeMoMy pekoMeHOyeTCs exeaHeBHas puamnyeckasi akTUBHOCTb. BaXkHO BbICbINATbCS, YTOObI UCKITIOYUTD
HapyLUeHWs BbIpabOTKY FOPMOHa MPesivHa, MoBblatowero anneTmut. Ob6cneayeMoMy He pekoMeHayeTcss A06aBnsTb B
6nto0a MHOroO MpunpaB U conn. OYeHb MNONMe3HO NPOBEPUTL YPOBHU MPEMHA U NTEMTUHA, TIHOKO3Y B KPOBU U
NMNMJorpamMMy (TpUmMLEpUbl, OOWMIA XonectepuH, xonectepuH JIMBIM v JTMHM)*. JononH1UTeNbHO MOXET ObiTb
MOJIE3HO MPOBEPUTb MOPMOHbI LUMTOBUOHOWM Xenesbl (T3, T4, TTI), nomkenygouHom xenesbl (MHCYMH)*.

PekoMeHgaumm rno npodunakTrke

Y obcnenyeMoro MMeeTes MOBbIWEHHbIA PUCK HapyLIEHWS MULLEBOro NOBEAEHMS], MO3TOMY C OTHOCUTESIbHO 6OMbLLIOM
BEPOSITHOCTbIO BO3MOXHO NepeefaHve. YTobbl CHU3UTb PUCK NepeefaHuis, eMy BaXKHO OMNpeaesivTb pasmep
pEeKOMEeHO0BaHHOM MOpLUMM €fibl U He MPeBbIaTh ee*. PekoMeHayeTcsl MPUHMMATb MULLY B OOHO U TO XE BPEMSI.
OnTUManbHbIM SIBNSIETCS 4-pasoBbii PEXMM MUTaHUS C MHTEPBAa/IaMW MeXAY €00 NPOAOIKUTENIbHOCTHIO 4 Yaca. B
KayecTBe MUHMMasIbHbIX MePeKyCoB AOMYCTVMbl HEKPaXMasIUCTble OBOLWM, 6enkn. PekoMeHaoBaHbl BPEMEHHble
orpaHudeHus B ynotpebnernum ymesopos: Ao 12:00 BO3MOXHO ynoTpebneHme JonycTMOro KomyecTsa NpocTbiX
ymneBofoB, GpyKToB, srof; Ao 16:00 - cnoXHbIX YrmeBonoB (Kpyr, x1eba, MakapoH) M KpaxManmCTbiX OBOLLEN (KapTodens,
KYKYpY3bl, cBeksbl); nocne 16:00 - HekpaxManumcTbiX OBOLLEM (OrypLIOB, TOMATOB, BCEX BMUOOB KarycTbl U Ap.).
PekoMeHayeTca nuTb Boay 3a 20 MUH. OO NMpyeMa MnuLp.



CuncrteMbl geToKkcukaumm

JeToKcrKaumsa — MpoLEeCcC OUMLLEHUS U HEUTPANM3aLMM TOKCUYECKMX U OTPaB/ISIOLLMX
BELECTB B opraHmaMe. OpraHuaM crocob6eH caMoCTOATENIbHO 60pOTbCA C HEKOTOPbIMU
TOKCMHaMM BHEWHEN cpedpl, HO He Yy BCexX Jogen 3TOT MpPOoLecC AOCTaTOYHO
apdekTmBeH. [pU HEKOTOPbIX MONMMOPdPU3Max B TreHax CUCTEMbl BblBEAEHMUS
YY>KEPOAHbIX BELECTB HapyLleHbl, MO3TOMY TOKCMYECKME BEeLEeCTBa CKarsMBaloTCa B
OpraHMaMe, YTO OKasblBaeT OTpPaBAloWee M paspylwarolwee aencreme. K TOKCUYeCcKM
BELEeCTBaM, C KOTOPbIMA Mbl CTaflKMBaeMCs MPaKTUYECKU eXeOHEBHO, OTHOCATCH:
HUKOTUH W TabauHblA [ObIM, ankorosib, XMMUYECcKMe BeLeCcTBa, BblOensiowmecs B
npouecce >apeHus MPOOYKTOB, MPOAYKTbl CropaHusi aBTOMOGWIBHOIMO TOIM/MBA,
KOMMOHEHTbI MPOMBILWIEHHOIO CMOTa.

Mpouecc OeTOKCUMKaLMM MPOUCXOONT MYyTEM XUMUYECKOW MoaUdUKaLMM WU OENUTCA Ha
OoBe ¢asbl. CHayana nMoCTyraloWMe B OpPraHM3M YyXKepopdHble COEeOVHEHUsT -
KCEHOOMOTUKM — aKTUBUPYHOTCH C MOMOLLbIO PEPMEHTOB M OOPa3YIOT KOPOTKOXMBYLLME
MPOMEXYTOYHbIE 3NeKTPOGUIIbHbIE MeTaboNNTbI, KOTOpble obnapatot
FEHOTOKCMYECKMMM  CBOMCTBaMW. Bo BpeMsa BTOpoM @asbl  MPOMEXYTOYHbIE
MeTaboNNTbl MPEeBPaLLalOTC B BOAOPACTBOPUMbIE HETOKCMYECKMEe MpOoayKTbl U
BbIBOAATCS M3 OpraHm3Ma.

87 Kon o6cnepyemoro WOTEST3



@ MeTabonm3aM aTaHoNa

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTMn YacToTa PesynbtaT SddekT

ADH1B rs1229984 G/G 97% I'Ipe,upacnonoerHOCTb K yMepeHHon @ @

CKOpPOCTH MeTabosIM3Ma ankorons

3TaHoN - NMPo3paYyHOe OpraHN4Yeckoe BeLEeCTBO OTHOCUTENIbHO HEGOSbLLIOM MOMEKYTAPHOM MacChl, OOHOATOMHbIA CMVUPT C
XapaKTePHbIM 3aMaxoM U BKYCOM, JAOCTAaTOYHO NeTy4yee. STUMOBbIN CNUPT B CYLLECTBEHHbIX KOHLEHTPALMAX COOEPXKUTCS B
TaKMX anKorosibHbIX HAMUTKaX, TakuX KaK MUBO, BUHO, KOHbSIK U MpoYMe, SBASISICb UX CAMOM 3HAYUTENbHOM COCTaBSIOLEN.
3TV HanuUTKY, MOMWMO 3TaHOMa, COOEPXaT TakkKe MHOXECTBO [PYrUX KOMMOHEHTOB (MPOOYKTOB OpOXeHUs U
MeTaboNUTOB  COPaXMBAIOWMX  MUKPOOPraHM3MOB), KOTOpble B HEBOsMbLUMX KOMMYecTBaxX MOryT WMeTb [Jaxe
6naronpusTHbIM addekT. OoHako B MpoLecce MPOMbILIEHHORO MPOU3BOACTBA B 3TUX HaMNMUTKax MOMyT OBpasoBbIBATbCA
TaKke BpeaHble, TOKCUMYHbIE MpPUMECU. AJIKOroslb MpPSMO UMM KOCBEHHO OKasblBaeT MHOMOCTOPOHHEE BMSHME Ha
OpraHV3M 1 B Upe3MepHbIX JO3ax BPeAEeH, 1 3TOT CPef, yCyrybrseTcs MOBOYHbIMU NPOAYKTaMM1 ero NMpoU3BOACTBA.

ANKOronb NpsiMO UM KOCBEHHO OKasblBa€T MHOIMOCTOPOHHEE BIUSIHUE Ha OpraHuaM M B Ype3MepHbIX 003aX BpeneH, U
3TOT Cpen ycyryonsieTcs mobouHbIMM MPOJyKTaMy ero npomssoacTea. OoHaKo CTeneHb MpOoSIBIEHUST MOCNencTBUM, MX
TSKECTb WM MpPOrpeccmpoBaHMe Yy pasHbiX JIIOAeN OTMyaloTcs. B mepeylo ouepedb 3TO 3aBMCUT OT KOMMYECTBa
noTpebnsaeMoro ankoross, HO TakKe MOXET OblTb CBS3aHO C pasnnuusMm B paboTe depMeHTOB, MeTabonm3MpYHOLWMX
arKorosb, B YaCTHOCTW aflkorofbAernaporeHasbl, MpeBpaLlatoLen ankorosb B TOKCUYHbIM YKCYCHbIN anbaerua.

HO)'IVIMOpd)VIBMbI B HEKOTOPbIX reHax CBA3aHbl C USMeHEeHMEM CKOPOCTU MeTabonmaMa asikorosns OO aueTanbaernna, Yto
MOXeT NMpnBeCTU K TOKCUYECKOMY MOPaXKEeHUIO NeYeHn N pa3BUTUIO OHKOTOMTMYeCKNX 3aboneBaHuN.

NccnepyeMble reHbl

ADH1B

KooypyeT 6eTa-cybbeoyHULy ankoronbaernaporeHasbi. OPPeKkTMBHOCTD  paboTbl  depMeHTa  onpepenseT

OHa sBngeTca depMeHTOM 1-11 dasbl AeTOKCUMKaLmm UYBCTBUTENBHOCTb K ankorosto. Nonnmopduram ceasaH C

KCEHOBUOTUVKOB M OKUCNSIET 3TaHON OO aueTanbaervaa. pasBUTMEM arKOrONIbHOM 3aBMCUMOCTU U afiKOrosibHOroO
LMppO3a NeyeHu.

3aknoveHue

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



ObcnegoBaHUS

Ob6cnenyeMoMy pekoMeHAyeTCsl MPOXOANTb NMepuoanyeckme obcneaoBaHVs: aHaIv3bl Ha raMma-
MIOTaMUNTPaHCNENTVAA3Y, acnapTaTaMUHOTPaHChepasy U anaHMHaMUHOTPaHCPepasy; KITMHUYECKUI aHanm3 KpoBU;
JINBIM. Mpy HeO6XOAMMOCTU BO3MOXHO HaszHauYeHMe AOMOSHUTENbHbIX 06CNeoBaHWM (aHanm3 Mo4mr, Y3U neyeHu, novek

nT.n)*

PekoMeHOaLMM Mo npopuniakTuke

Mpy OaHHOM reHOTUMNe 3TaHON OTHOCUTENBbHO MeJIEeHHO MeTaboNM3MPYeTCs B YKCYCHbIN anbaeruf, YTO CHUXAEeT pUCK
oTpaBneHms. OOHaKO HU3KUIA PUCK MOSIBIIEHNS MOXMESbst MOXET ObiTb GaKTOPOM, YBENNMUYMBAIOLWMM BEPOSTHOCTb
BO3HUKHOBEHMS! a/TKOrOIbHOM 3aBUCUMOCTU. [109TOMY HaCTOSTENIbHO PEKOMEHAYETCS O3HAKOMUTBCS Takxke C
pesynsraTtaMu U peKoMeHOaUMsSMU pasaena «AnKorosbHasi 3aBUCMMOCTb» JaHHOro oTyeTa. Ecnm puck ¢ opMMpoBaHUS
3aBMCUMOCTEN HEBEeSMK, 0bCreyeMOMy MOXHO YNOTPeOsTb a/lkorosb B PasdyMHbIX OOMYCTUMbIX KONMYecTBax. s
NPobUNaKTUKU HapYLLEHUIA PaBoTbl NeYeHN obcrenyeMoMy BO3MOXHO HasHauYeHWe aHTUOKCUAAHTOB (recriepuamH,
KBEPLIETUH, GnaBULMH 1 Op.). BO3MOXeEH NpUeM renaTonpoTEKTOPOB*.



‘ MeTabonmam KopenHa

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH MNonumopduam  MeHoTUN YacToTa PesynbtaT

AdPekT

° MpenpacrnoioXXeHHOCTb K BbICOKOM
53%
aKTMBHOCTU depMeHTa LiMToxpoma 1A2

CYP1A2 rs762551 A/A ® ®

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 AABMEHWS, 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 MeTabonmamnpyeTcst B MeYeHr C MoMOoLpo 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 PasBUTUS TMNEPTOHUM NpK yrioTpebneHnn kode.

BesonacHas po3a kodewHa B cyTky 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 koode.

NccnepyeMble reHol

CYP1A2

KoauvpyeT umToxpoM TA2, KOTOpbI SBNSeTcs pepMeHTOM
nepeoi $asbl CUCTEMbl OETOKCUKALMM KCEHOBUOTUKOB.
3KcrpeccupyeTcsl  TOMbKO B nedeHn.  DepMeHT
OCYLLECTBNSeT  peakuuMm  OKUCIIEHUS  CoeamHEeHUMn
SHOOMEHHOro (3CTPOreHbl, XeNyHble KUCIOTbl, XMUPHbIE
KWUCNOTbI, MPOCTamaHAWHDbI, eNKOTPUEHbI, BUOreHHble
aMUHbI) M 3K30MEHHOrO (aHTUOEMPECCaHTbI, NMapaLeTaMor,
MPOMBILLSIEHHbIE Sbl, MECTULMAbI, KaHLEPOreHbl)

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

3akJioueHue

FeHeTUYECKUIA aHaM3 BbiSBAM Yy 06CTIeQyeMOro BbICOKYK CKOPOCTb MeTabosiMaMa KodberHa. He BbisiBreHbl pucki
pPasBUTUSI apTePUaTIbHOM MUNEPTEH3UK, HaPYLLEHWSI CEPAEYHbBIX PUTMOB, MHbAPKTA, UWEeMMUYECKon 6onesHn cepaLa,

ronoBHbIX bonen BcreacTeme yrnotTpebneHus kodperHa.



ObcnegoBaHUS

O6cnenyeMoMy MOXHO COATb aHa/IM3bl Ha acrapTaTaMMHOTpaHChepasy U anaHMHaMUHOTpaHchepasy (Mpu KX
MOBbILLEHHBIX 3HaYEHMSAX KOpe PEKOMEHOYETCS OrpaHUYMTL). PekoMeHayeTcs CHU3UTb noTpebnerHre KodpenHa rnpm
MICMOMb30BaHNM OpasibHbIX KOHTPALEMNTMBOB (/19 XEHLMH). He BbisBNeHO Heo6XoaMMOCTX B AOMOMHUTENIbHOM MpuemMe
BAL, comepXalmx aLeTUNXONUH, B OTCYTCTBME OPYrX MOKa3aHUN*,

PekoMeHOaLMM Mo npoduiakTmke

Y obcrenyeMoro He BbISIBIEHO CTPOrMX OrpaHUYEHUM Mo ynoTpebneHnio kodbe 1 KopernHcoaepKalumx npoayKToB,
OfHaKO He peKOMeHAyeTCs MpeBbiaTb 403y KodenHa, pasHyto 400 Mr/cyTkn. Obcnemyembii MOXET BbinWBaTb Kode a/1s
npodunakTnkm 6onesHn AnbLrerimepa (CM. Takke COOTBETCTBYIOWMM pa3fesn AaHHOro OTYeTa) U yydlleHMs HepBHO-
MbILLEYHOM Nepenaym, ecrnm HeT NPOTMBOMOKa3aHUM (CM. pasnen «ApTepuaribHasi TMNepTEH3Us»)*.



“s) [JeTokCcmKaumsa KCeEHOOBMOTMKOB

Pe3yn bTaT reHeTu4YeCKoro aHasim3a

leH Monumopdunsm MeHoTMn YacToTa PesynbTat SddekT
o MpenpacnonoXeHHOCTb K BbICOKOM

CYP1A2 rs762551 AIA S3% aKTUBHOCTW depMeHTa LimToxpoma 1A2 ®

GSTP1 rs947894 A/A 33% [MNpenpacrnonoXeHHOCTb K BbICOKOW ® @

aKTUBHOCTU P-FyTaTUOH S-TpaHcdhepasbl 1

Mornajas B OpraHWsM, XWMWYECKMe BelecTBa, B TOM UMCIEe W JIeKapCTBEHHble CPeACTBa, MPeTeprneBaloT Cepuio
XUMUYECKMX  MpeobpasoBaHuii, KOTOpble O6EeCcrneumBaloTCs  COOTBETCTBYIOWMMKM  GEepMeHTaMu U MPOUCXOASAT
NMPeuMyLLECTBEHHO B MeYeHU. BbICOKOMOMNEKynsipHble BelecTBa BbIBOOATCS 4Yepes >Xendb, Mporyckas craguu
Moaudukaumn. MapodusibHble BELLECTBa TakkKe He MoABepraloTcsl XMMUYECKMM MPEeBpalLeHVsSIM U BbIBOASTCS C MOYON.
BuoTpaHchopMaLms OOMbLUMHCTBA KCEHOBUOTUKOB SIBMSETCS TPEXCTYMEHYaTbiM MPOLECCOM, BKIOYaloWwmM Tpu dasbl:
aKTUBaLMIO, OETOKCUKALMIO U SKCKPELIMIO.

MepByto ¢a3y peannayloT B OCHOBHOM depMeHTbl cemenctea umtoxpomoB (CYPs), B xomoe KOTOpoM BellecTBa
NoABepralTcs  HecneudUYecKkoMy OKMUCIIEHMIO, BOCCTaHOBMEHMIO U rMaponmuay. B xopme nepsBont ¢asbl BellecTsa
CTaHoBUTCHA 6oree pacTBOPUMbIM. HekoTopble MX HUX (B TOM UMC/IE JIEKapCTBEHHblE CPeACTBa) MpOornycKatoT nepsyto ¢asy
6uoTpaHChOopMaLIMM U Cpasy HauMHAKOT CO BTOPOM ¢dasbl. AKTUBHOCTb LIATOXPOMOB 3aBUCUT OT MEeHEeTUYECKOMN BapuaLmm
KOOMPYIOLWMX UX MEHOB 1 pasnvyHa B nonynsumn. BTopyto ¢asy ocywecTensioT depMeHTbl-TpaHchepasbl. B xone BTopow
$asbl NponCXoauT MosSHas HeMTpanM3aUms KCEHOBUOTUKOB MyTEM MPUCOEAMHEHUS TYTaTUOHA, TIHOKYPOHOBOW KMUCOTHI,
BOObl, METUIIbHbIX, aLEeTUIbHbBIX M Cyrb@aTHbIX rpynn. MeHbl, kogypyouwwme depMeHTbl-TpaHCPepasbl, Takke MOTMMOPPHDI.
MonuMmopdmambl reHoB o0bemx a3 [eTOKCMKaLMM MOMyT BHOCUTb  CYLECTBEHHbIM BKMag B 3PPEKTMBHOCTb
06e3BpexXnBaHUSA OMacHbIX BELECTB, MOCTYMNAWMX B OPraH13M C MULLEer, KOCMETUKOM, BbITOBOM xuMumen, cMoroM 1 gp. C
KITMHUYECKOM TOYKW 3PEHUS Pasfivums NOIMMOPGOU3MOB CUCTEMbI OETOKCUKALMM MOINYT UMETb Cepbe3Hble MOC/IeACTBUS
rnpu HasHauYeHUn papMaLeBTUYEeCKMX NpenapaToB 1 BAL.

NccnepyeMble reHol

CYP1A2

KooypyeT umToxpoM 1A2, KOTOpbI sSBnseTcs GepMeHTOM
| dasbl cucTEMbI AETOKCUMKaLMM KCEHOBUOTUKOB. DepMeHT
OCYLLECTBNSET  peakuMyM  OKUCIIEHUS  CcoeavHEHUIN
SHIOOrEHHOro (3CTPOreHbl, XenYHble KUCMOTbI, XUPHbIe
KUCNOTbI, MpOCTamaHOWHbl, NTeNKOTPUEHbI, BUOreHHble
aMUHbI) N DK30reHHOro (J1IeKapCTBa, MPOMbILIEHHbIE Kb,
necTvumabl, KaHueporeHbl) npoucxoxgeHus. CYP1A2
yyacTtsyeT B MeTabonmyecKom aKTUBaLMmM
MPOKaHLIEPOreHHbIX apUiaMUHOB U FreTEepPOLIMKIINYECKMX
aMUHOB, 0bOPa3YIOLMXCS MPU TepMUYEeckor obpaboTke
iy, Mpu nonuMopduaMe  CHUXKaeTCs  aKTWMBHOCTb
depMeHTa 1 3aTpyOHsieTCs OETOKCUKALMS HEKOTOPbIX
BelecTB, a Takke MeHsieTcad  papMakOKMHETUKA
JIeKapCTBEHHbIX CpepncTB, KOoTOpble SABNSOTCS
cybcTpaTtaMy JaHHOrO LiMTOXpOMa.

GSTP1

KoouvpyeT p-myTtaTtuoH S-TpaHchepasy 1, KkoTopas
sasnseTca depMeHToM |l dasbl crcTeMbl OeTOKCUKaLMM
rMapPOdOBHBIX U 3NEKTPODUIIBbHBIX KCEHOOUMOTUKOB (B TOM
YmCre NeKapcTB) U KaHLEepOreHoB nyTeM npucoeamnHeHus
myTatmoHa. GSTP1  akcnpeccupyeTcsi  MOBCEMECTHO,
aKTVBHO 3KCrpeccupyeTcs B NUWEBOAE, NErkux, KOCTHOM
MO3re, >XeNYHOM Mysblpe, MnaLeHTe, KoXe, WMUTOBMOHOM
xenese. @PepMeHT OCyLLUeCTBMSeT MNepeBOd aKTUBHbIX
MeTabonMToB B  HETOKCMYHble  BOAOPaCTBOPMMbIE
KOMMOHEHTbl WM  MNpefdoTBpallaeT  TakuM  OBpasoM
paspywenve OHK. MNMonuMopdusM CHMXaET aKTMBHOCTb
depmeHTa, 4YTO TOpMO3MUT Il da3ly peTokcMKaumm
KCEeHOOMOTMKOB, B TOM  4YUCIIe  JIeKapCTBEHHbIX
MPOWV3BOAHDIX.



3akJioueHue

FeHeTUYeCKUn aHanmM3 He BbisIBUN Y 06C/iefyeMoro HapyLlWweHWn CUCTEMbI AeTOKCUKALIMM KCeHOBMOTUKOB. Bpepn
XUMNYECKMX areHTOB OKpY>XKatoLLel cpenpl, ObITOBOM XUMWWU, KOCMETUKU U MULLM (B TOM YMCIE XXapeHOW) MUHUMANEH.
PrcK pasBuTUS OCITOXHEHW B pe3ysbTaTe JIeKapCTBEHHOW Tepanun CTaHAaPTHbIMKW [O3aMUy MpenapaTos, B MeTabonvame
KOTOpPbIX y4acTeytoT depmeHTbl CYP1A2 n GSTP1, MUHMManeH.

O6cnenoBaHUSA

ObcnenyeMoMy Heobs13aTeNIbHO MPUHMMaTb JO6aBKW C TTyTaTUOHOM /151 3alUMTbl OT HEFATUBHOIO BIMSIHUS
KCEHOBUOTUKOB, OHAKO OHWM MOTMYT ObITb Ha3HaYEHbl CMELMATIUCTOM MPU HEOBXOOMMOCTM (HanpuUMep, NpwY HanyYum
60/bLLOrO KONMMYECTBA AOMOHUTENbHbIX HEGNAronpPUSTHBIX GaKTOPOB OKpYXKatoLlen cpedbl)*. MOXHO ynoTpebnsTb
NPOBUOTUKM KYPCaMK, MPOBOOUTL OUMLLEHME OpPraHK3Ma Mocie NepeHeceHHbIX 3abonesaHnin®. He BbisiBNeHO
HEeOOXOAMMOCTU B OOMOSHUTESbHBIX O6CNefoBaHNSX MO ONpeaeseHMIo ONTUManbHbIX 403 NpenapaToB-CyoCcTpaToB Afs
GSTP1 1 CYP1A2, ogHaKo BO3MOXHO MX HasHaYeHMe CrneumanicToM rnpu HeobxoaMMoCcTu®.

PekoMeHaaLmm rno npodunakTnke

O6cnenyeMoMy [OCTaTOMHO BECTU 340POBbINM 06pas XU3HU 1 He noaBepratbh cebsi Heo64yMaHHOMY PUCKY BO3AENCTBUS
XUMUYECKUX areHTOB B OrMacHbIX Jo3aX. OH MOXET ynoTpebnsiTb MSICO, MPUrOTOBIEHHOE Ha rpurne, KOCTPE 1 CKOBOPOAE,
HO PEKOMEHAYETCS PazHOObPa3UTb CMOCObbI MPUFOTOBEHMS, MO BO3MOXHOCTW OTAaBas NMPeArnovYTeHVe BapeHbIM U
TywWweHbIM 611to4aM, a Takke 6rt4aM, NMPUroTOBMEHHbIM Ha Mapy (CieayeT NOMHUTD, YTO U3BbITOK XapeHoW MULLW B
paLMoHe HexenaTteneH gaxe rnpu 6naronpusTHOM reHoTune). He CTouT 3/10yrnoTpebnsTb Npu Xapke padHUPOBaHHbLIMU
Macnamu. O6cnenyembi Takke MOXET 6e36053HEHHO UCMONb30BaTb KOCMETUYECKYHO MPOOYKLIMIO, EC/IM cCooepXKaHme
BpPeOHbIX BELLECTB He MpeBbIllaeT AOMYCTUMbIX KOHLEHTPaUMI. [pr KOHTaKTe ¢ 6GbITOBOM XMMUEN — 0BpaboTKe CaHy3IoB,
YMCTKE KOBPOB, MbITbe MOCYdbl — HE CTOUT NpeHebperatb CpeacTBaMU MHOMBUOYASTbHOM 3aWMThl (MepyaTkn U
pecnupaTopbl). PekoMeHayeTcs BblbMpaTh ObITOBYHO XUMUIO L)1 IoMa C copepxkaHneM MAB He 6onee 5%.
ObcnenyeMoMy NoaxoasT CTaHOapTHbIe OO3bl TaKMX MPenapaToB, Kak: aMUoaapoH, MEKCUIETUH, NponadeHoH,
Bepanamusi, UMeTuauvH, GaMoTUaMH, HEKOTopble GTOPXMHOMOHBI (3HOKCaLMH, NedoKcaLmH, HOphIOKCaLmH),
podekokcrb, nepopasibHble KOHTPaLIeNTVBb, aLWMKIOBUP, TUKITOMUOWH, KIOMUMNPaMUH, TeODWUIMH, ONaH3anmH, JOKCEMNWH,
KNnonuaorpes, napaueTamMon v gpyrme fiekapCTBEHHbIE CpeacTBa.



@ HHeTokcmkaupsa CynepoxKkcmnagonB

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTMN YacToTa PesynbtaT SddPekT
MpenpacnonoXeHHOCTb K CHUKEHMIO
MnSOD rs4880 c/T 43% aKTUBHOCTM MN-3aBMCMMON ® 6
CyrnepoKcuaanCcMyTasbl
MpenpacronoXeHHOCTb K OTHOCUTENbHO
GSTP1 rs947894 A/A 33% BbICOKOW CKOPOCTU BblBEEHNS ® ®

KCEHOBMOTUKOB

AkTUBHblE $OpPMbI KMcnopoda (ADK) reHepupyloTcs B XoOe PasfiMdHbIX MeTabonmMyeckmx MpoLecCoB B OpraHMaMe Kak
OCHOBHble MPOAYKTbl peakuMu WM Kak Mob6ouHble. BHelwHWe dakTopbl (YNsTpadMoNeToBoe, WMOHU3MPYIOLLEE,
3NEKTPOMarHUTHOE U3Ny4YeHUs], OKUCITUTENN, MOCTYMaloLme 13 OKPYXKaroLLlen cpenpl: O30H, KOMMOHEHTbI GbITOBOM XMMUK)
TakKe BHOCAT BKag B ObBpasoBaHMe CBOBOAHbIX PaaMKanioB. WX HeMTpanivsaumio OCYLEeCTBASIOT aHTUOKCUMOAHTHas
cMcTeMa KMeTKM, BK/oYalowas rpynny crieuyanbHbix GEepMeHTOB, M BellecTBa-AOHOPbl 371eKTPoHOB. [ocneaHue
NMPeACTaBNsAoT COBOM PasHOPOOHYIO TPyrny COeOMHEHUM: BUTaMUHbI U BUTAaMUHOMOAOOHbIE BELLECTBa, MMHepasbl,
KapoTuHouAbl, ¢hriaBoHOMapbI.

Porb 3TUX coeguHEHUN U GEPMEHTOB 3aK/toYaeTCs B NPeaoTBPaLLeHNN HeXeaTe bHbIX peakumii OKUCIIEHMS B KeTKax
M TKaHsSX. Ha kKaXOoM 3Tane BO3HWKHOBeHWst ADK paboTaeT COOTBETCTBYIOWMA GEepMeHT, CreumanmaMpoBaHHbI Ha
HEeWTpanMsaLUMm JaHHOro Tuna pagukana. CywecTByloT GepMeHTbl, KOTOpble He 3aHWUMaloTCsl HeMTpanmsaumen cammx
pagMKanioB, a BOCCTaHaB/MBAOT YXe MoBpexaeHHble YacTvuamMm APK kneTouHble CTpyKTypbl. MNonmMopduaM reHos,
KooMpyowmx GepMeHTbl aHTUOKCUOAHTHOM 3alumTbl, O6YC/TOBNMBAET Pas/IUHbIA YPOBEHb OKUCITUTENIBHOrO MOPaXeHWs
KneTok. OucbanaHc cuHTe3sa U YTUIM3aLmMmM CBOBOAHbIX PaaUKasioB MPOSBISETCA B OKUCIIUTENbHOM CTpecce, KOTOpbIM
CrNOCOBCTBYET  MpPeXOEBPEMEHHOMY CTapeHuto. OKUCIUTENbHbIM  CTPECcC Y4YacTBYeT B MaTOreHese  pas/iUYHbIX
3a60/eBaHNN U HapyWeHUI, B TOM YUCIe caxapHoro [uabeTta, OuabeTnyeckor Hedpornatuy, aTepocKIeposa,
apTepuanibHON runepTeHsun, 6onesHn AnbLirerMepa, OHKO3aboneBaHUN.

NccnepyeMble reHbl

MnSOD GSTP1

KoovpyeT MapraHeu-3aB/CMMYIO  CyrnepoKCUaaMCMyTasy KooupyeT p-myTtatnoH S-TpaHcdepasy 1, KoTopasi MoXeT
(SOD2), koTopas sBnseTcs (GEepMEHTOM MUTOXOHOPUM. BbINOSTHATb aHTUOKCUOAHTHYIO yHKLMIO nyrem
MnSOD akcrnpeccmpyeTcsl MOBCEMEeCTHO, Hanboree YacTo NPUCOeOMHEHWNST TyTaTUOHa K MOJeKysle OKUCIUTENS,
- B NeYeHun, anneHgukce, aHOOMETPUM, MOYEBOM My3bipe, cpean  KOTOpbIX -  JIeKapCTBEHHblE  MPOU3BOAHbIE,

XenyHoM mnysbipe, cepaue, KOCTHOM Mosre. 3ToT 6enok
CBSI3blBAET CYNEepOKCUOHbIE paavkasbl - MOBOYHbIe
NpoayKTbl  OKUCAUTENbHOrO  pochopunmpoBaHUs U
npeBpallaeT MX B MNEPEKMCb BOOOPOOA U OBYXaTOMHbIA
kucnopod. [Mpu  nmonuMmopduaMe  HapylwaeTcs  3TOoT
rMpouecc, a  CyrnepokcuaHble  paguKanbl  aKTUBHO
NoBpeXOatoT ~ MeMOpaHbl  MUTOXOHOPUA W Apyrue
CTPYKTYPbl KNeTkW. BapuaLuym B 3TOM reHe 6blv CBsi3aHbl
c XPOHUNYECKOM YCTanocTblo, HedponaTren,
NPeXOeBPEMEHHbIM  CTapeHuEM,  HEWPONEenTUYEeCKOM
OUCKUHE3MelN, pas3HblM OTBETOM Ha MPOTUBOPAKOBYHO
Tepanuio, MayKOMOM, KapavoMuonaTuemn "
OHKOOrMYEeCKNMM 3a00NEBaHUSMM.

MPOOYKTbl OKUCIIUTENIbHOMO CTpecca Mpu BO3AENCTBUM
YO-nyyen, Tskenbix MetannoB. GSTP1 akcnpeccupyeTcst
MOBCEMECTHO, aKTMBHO 3KCMpeccupyeTcs B MueBone,
Nerkmx, KOCTHOM MO3re, >XenyHOM ny3bipe, nnaueHTe,
KOXe, wuToBMaHOM >xenese. MepMeHT obecreyvBaeT
penapaumto o6beMHbix noBpexaeHun [OHK, Bbi3aBaHHbIX
BO3LENCTBMEM  KaHLEPOreHOB -  MOnMapoMaTUYecKmx
YIMeBOOOPOaOB. Monumopdunam CHWXaeT
AHTUOKCUOAHTHYIO CMOCOBHOCTb pepMeHTa.



3akJioueHue

[eHeTUYeCKNN aHan13 nokasarsn, uYTo Yy o6cnep,yeMoro CHMXXEH PUCK pa3BnNTUA HOBOO6paBOBaHl/Il7|, cepae4vYHO-CcoCcyamCTbIX,
HeBpOorm4eckmnx 3aboneBaHnM 1 Hapyu.leHMﬁ beHKLI,VIVI rnoyvek BCNeacTBMe OKUCIUTENBbHOIO CTpecca. AHTMOKCUMOAHTHas
3alMTa KNEeTKN He3HaUYUTETIbHO ocnabneHa*.

ObcnegoBaHUS

Ob6cnenyeMoMy MOXET 6bITb MOME3HO COaTb aHanM3bl Ha CoaepXXaHue cnepyouwx sewecrs: 8-OH-ge3okenryaHo3vHa -
B KPOBU 1 MOYe, MariloHOBOIro Auvarnbaernga — B KpoBu*.

PekoMeHOaLUmMmM No rnpopuiakTmke

O6cnenyeMoMy MOXET OblTb Mosie3Ha KOPPEKUMS aHTUOKCUMOAHTHOrO CTaTyca. BO3MOXeH OOMONMHUTENbHbIA KypCOBOM
NMpUYeM aHTUMOKCUOAHTOB (CeneHa, UMHKa, BUTaMuHa C, BUTaMuHa E*, pecBepaTpora, acTakcaHTUHOB®, GpriopeTuHa,
YOUXMHONa, SHTapHOM KUCNOThI U Ap.) B BUAe BAL K nuwe*. O6cnenyeMoMy MOXHO YBETUYUTD B paLMiOHe KONMYECTBO
MPOAYKTOB, 6OraTbiX aHTUOKCMAAHTaMU: YNOTPEONSTb LMMOBHUK, KITIOKBY, YEPHOCIVB, 3e/1eHbIA Yald, BUHOrpaa, rpaHar,
SA6MTOKN C KOXYPOW, YEPHMKY, UMBUPb, Creumy B Npeaenax CyToYHOM noTpebHocTn*. Obcnedyemblii MOXET ynoTpebnsTb
MSICO, MPUrOTOBNIEHHOE Ha rpusie, KOCTPE 1 CKOBOPOAE, HO PEKOMEHOYETCs PasHOO6PasmTb CroCcoBbl MPUrOTOBIEHUS,
OTHaBas NpearnoYTeHNe BapeHbIM U TyLIEHbIM BrtoaaM.



AKTUBHOCTb
Ty TaTUOHMEePOKCKMOA3bl

Pe3yn bTaT reHeTn4YeCKoro aHasim3a

leH Monumopdpusm MeHoTun YacToTa Pesynbtat AdPekT

MpenpacnonoXeHHOCTb K YMEPEHHO
GPX1 rs1050450 c/T 46,9% MOHMXEHHOM aKTUBHOCTU ® 6

rNyTaTUOHMNEepOKCHNOa3bl 1

MyTtatmonepokecmaasza 1 (GPX1) - 3TO oovH M3 BaXXHEMWWMX YYaCTHUKOB aHTMOKCUMOAHTHOW 3aluMTbl OpraHuMsMa. 3TOT
CereH-3aB1UCUMbIN bepMeHT Oe3aKTUBMPYeT nepekucb Bogopoda (H202) v pasnmyHble opraHuyYeckme rmopornepokcuapl,
BKJItOUas Nepokcmabl NUNMAoB. B kauecTBe BoccTaHoBUTENS GPX1 ncnonb3yeT myTaTuoH.

Takmm obpasoM, GPX1 orpaHWuMBaeT BpedoHOe Bo3oencTBue nepekucer Ha OHK n 6enkn, npenoTBpallaeT npouecc
MNepPeKNCHOrO OKUCIEHUS NUMUAOB. YPOBEHb CHMHTE3a UM aKTUMBHOCTb 3TOro ¢epMeHTa 3aBUCAT KakK OT FeHeTU4eCcKOoW
npenpacronoXeHHOCTY, Tak M OT cpeaoBbiX GaKTOPOB, HaNpPUMEpP, OT 3araca cefieHa B TKaHsX U MOCTYrIeHUs BUTaMUHA
E.

HapyleHue paboTbl MyTaTUOHNEPOKCUAA3bl 1 MOXET UrpaTb posib B PasBUTUM MHOMMX PacrpOCTPaHEHHbIX 3a001eBaHNI:
aTepocKieposa, MULEeMUYecKor 60nesHW cepaua, OHKO3aboneBaHWUM, a Takke arepockiieposa U nepudepuryeckon
HemponaTum Npu caxapHoM auabeTe.

NccnenyeMble reHbl

GPX1

KoompyeT myTatuonepokempgasy 1,  KaTavsmpyoLlyo MX OT  OKUCIUTENbHbIX  areHToB.  OnpepeneHHble
BOCCTaHOBMeHMe nepekvcn Bogopopa (H202) wnm nonumopduambl B reHe GPX1 cBs3aHbl CO CHUXEHUEM
OopraHUYeckmx nepekmcemn 0o BOObI nunm aKTUBHOCTW MyTaTUOHMEPOKCMAA3bl 1, YTO MoBblLaeT
COOTBETCTBYIOLIMX CrVPTOB. 3toT dpepmeHT PUCK  PasBUTUS  OKUCIIUTESIbHOrO CTpecca W psida
MPOAYLIMPYETCS MOYTWU BO BCEX TUMaxX KNETOK, 3almiast COMYTCTBYIOLMX eMy 3ab0NeBaHNI.
3aksoyeHue

leHeTUYecKUI aHanmsa rnokasars, YTo obcnenyembli NpeapacrnonioXeH K yMepeHHO CHUXKEHHOM aKTUBHOCTMU
rMyTaTMoHMNepokcmaasbl 1. Cnerka noBbiEH PUCK PasBUTUSI OKUCTIUTENIBHOMO CTPECCa, a TakKe CBA3AHHbBIX C HUM
MaToNorMYecKmMx NPOLIECCOB.



ObcnegoBaHUS

Ob6cnenyeMoOMy pekoMeHAyeTCsl MepUOANYECKM COaBaTb OOLMIA aHaNIU3 KPOBW, aHa/I3 Ha 1eMKOLMTapHYIO GOpMysy 1 Ha
CO3, Ha ypoBeHb MoKO3bl U C-peakTUBHOMO 6eslka B KPOBW, Ha IUMUOHBIM NPOdUnb KPOBW M OTHOLLEHWME arnoB/anoAl.
Takke AN Hero xenartesibHO NepuogMyecky CaaBaTb aHam3bl Ha MapKepbl OKUCITUTENTbHOIO CTpecca: COAepXXaHme
MasioHOBOro Ayanbaernaa, kosHsmmMa Q10, BuTammHOB E 1 C, 6eTa-kapoTuHa, 8-OH-ae30KkecuryaHo3mHa, rmyTaToHa
BOCCTaHOB/IEHHOMO B KpoBW*. KpoMme Toro, obcnenyeMoMy pekoMeHOyeTCsl OTCIIEXMBaTb YPOBEHb apTepuasibHOro
OaBneHns.

PekoMeHgaumm rno npodunakTmke

Y obcnenyeMoro crerka rnoBbileH PUCK PasBUTUSE OKUCIUTENBbHOMO cTpecca. EMy pekoMeHayeTcs He neperpyxarb
AHTMOKCWOAHTHbIE CUCTEMbI OPraHM3Ma: MO BO3MOXHOCTU OrpaHUYMTb BO3OENCTBME TOKCUYECKMX BELLECTB OKPYXXatloLLEN
cpefpl, OTKa3aTbCs OT KyPEeHWs], He 3/10yrnoTpebisTb a/lkoroneM m NuLLen, NPUroTOBIEHHOW Ha CKOBOPOAE U rpune.
Ob6cnenyeMoOMy pekoMeHAYeTCs 3almLaTh KOXY OT BO3OeMCTBUS ynsTpaduroneTa (pekoMeHaaumm no sawmre ot Yd-
Nyyer npencrasneHbl B pasaene «PaspylueHre MexKIeTOYHOro MaTpuykca» AaHHOro otyeTa). Kpome Toro,
obcnenyeMoMy pekoOMeHOyeTCsl MOMTHOLEHHO M Pa3HOOBPa3HO NMMTaTbCs, YNOTPebsTb B NULLY AOCTaTOYHOE KOMMYECTBO
oBoLeln, GPYKTOB U LIeSIbHO3EPHOBbIX, @ TaKKe MPOOYKTOB, 6oraTbiX CeneHoM U BUTaMmHaMu E, C n A. BO3MOXHO
ynotpebneHue ceneHa, koaHanMa Q10 1 BuTammHOB C 1 E B B1ae 61Mopo6aBok (Mpy OTCYTCTBUM MPOTUBOMOKa3aHWM U Mo
COITIaCoBaHWIO CO crieLpanmncTomM®). Takke obcrenyeMoMy pekoMeHayeTCs nogaep>KaHe HOpMaribHOro Beca.
XenatenbHa $pumsMyeckas akTMBHOCTb YMEPEHHOM MHTEHCMBHOCTM (COOTBETCTBYIOLME PEKOMEHAaLMM MpeacTaBeHbl B
paspenax «Pusmnyeckast akTMBHOCTb A1 CHYDKEHWS BeCay U «Dusmyeckasi akTUBHOCTb A1 MoAAepXXaHWs 300pOBbs»
MoTPeBUTENBbCKON BEPCUM OTUETA).



AKTMBHOCTb KaTana3sbl

Pe3yn bTaT reHeTUu4YeCKoro aHasim3a

leH Monumopdusm FeHoTUn YacToTa PesynbtaT b dekT

MpenpacronoXeHHOCTb K 3hdekTUBHOM
paboTe kaTanasbl

CAT rsi1001179 G/G 58,3% ®

KaTtanasa (CAT) — aToO TeTpaMepHasi reM-coaepikallias OKCKUOOpeayKTasa, KoTopasi KaTaiM3npyeT pas/ioXeHre nepokcmaia
Bopgopopa (H202) Ha kncnopopn v Bogy. Katanasa sBnsieTcs OfHMM U3 OCHOBHbIX GEPMEHTOB aHTUOKCUOAHTHOM 3almThl
opraHmama. H202 obpasyeTcst Kak MOBOYHbIM MPOAYKT MHOMMX MEeTabonMyeckmx peakumii, B TOM YuCIe MpU OKUCTIEHUM
XUPHBIX KUCMOT B MEPOKCUCOMaxX. WM30bITOK mnepokcnaa BOOOpOoda MOXET pearvpoBaTb C BaXHbIMU  KIIETOYHbIMU
KOMIMOHEeHTaMW, pa3pyLuast OpraHessibl, U AeNCTBOBaTb Kak BHYTPUKIIETOYHAs CUrHarbHas MOreKysa.

Mpn cHWKEHHOM nponyKumm Katanasbl H202 paspylwaeTcs HepoCTaTovyHO 3GPEKTUBHO, YTO, MpU OMnpeneneHHbIX
yCnoBusix (HampuMmep, Mpu  BUPYCHOM WHPEKLUMM), MOXET MPUBECTM K COCTOSIHUIO — OKUCIIUTESNIbHOrO  CTpecca.
OKUCNUTENBHBIM CTPECC UrPaeT BaKHYHO POJib B MPOLIECCe CTapeHUs], a Takke B PasBUTUM psifla BO3PaCTHbIX 3aboneBaHniA
(aTepocknepos, caxapHbii OMabeT, MweMmyeckas 6onesHb cepaua, OHKo3aboneBaHus). ECTb OaHHble, YTO MOHMXEHHas
aKTWMBHOCTb KaTasiasbl CrocobcTBYyeT MocedeHuio Bosoc. JlioasM, npenpacrnonioXeHHbIM K CHUXKEHHOW  MpoayKLmn
KaTanasbl, BaXXHO MOAAEPXMBATb aHTUMOKCUMOAHTHbIE CUCTEMbl OpraHM3Ma A MpefoTBpaleHns BpeOHbiX 3¢ deKToB
n36biTka H202.

Nccnepyemble reHbl

CAT

PepMeHT KaTarasa [e3akTUBMPYeT MepoKcu, BOOOPOAa,
KaTanmsmpys peakumio ero pasfoXeHws Ha Bogy W
MonekynsipHbin kncnopopd. leH CAT akcnpeccupyeTcst BO
MHOIMMX TKaHsIX OpraHW3Ma, OCOBEHHO BbICOKWA YPOBEHb
MPOAYKLIMM KaTanasbl XapakTepeH /19 NeYeHn mn

XWPOBOM TKaHW. OnpeaerneHHble MonMMopduaMbl B reHe
KaTanasbl MPUBOOAT K CHVKEHUIO aKTUBHOCTU depMeHTa
W, KaKk  Crencrseue, K TMOBbILUEHHOMY  PUCKY
OKWUCITUTESbHOIO CTpecca.

3akJiroyeHmne

MeHeTUYeCcKnn aHanmM3 nokasar, YTo obcreayeMbi NpeapacrnonoXeH K adPeKTUBHOMY pacLLenIEHUIO NMepeKncH
BOOOpPOda. PUCK pasBUTUSI COCTOSIHUS OKMCITUTENBHOIO CTpecca No AaHHOMY MeXaHW3My He MOBbILLEH.



ObcnegoBaHUS

L1119 OLIEHKM YPOBHS OKUCITUTENIbHOIO CTPecca B OpraHu3mMe obcrnefyeMoMy MOXHO Ha3HauUTb OBLLMIN aHaIM3 KpOBM,
aHanu3 Ha nevkoumTapHyto dopmyny n COD, a Takke aHanm3sbl Ha MapKepbl OKUCITUTENIbHOrO CTPeCCca: coaepyXXaHue
MasloHOBOroO Amarnbaernaa, KosHamma Q10, sutammHoB E, C, 6eTa-kapoTuHa, 8-OH-ae3okcuryaHosmHa, myTaTtuoHa
BOCCTaHOB/IEHHOIO B KPOBU™.

PekoMeHOaLMM Mo npopuiakTmke

O6cnenyembi NpegpacrnonoxeH K adpekTUBHOM paboTe kaTanasbl. TeM He MeHee faxe npu 6/1aronpusiTHOM reHoTUMne
eMy HeXxenaTeslbHO NoABepraTbCs BO3OENCTBUIO TOKCUYECKMX COeaMHEHNIN OKpYXatoLLen cpeabl B 60MbLIMX 03aX, He
CTOUT 3/10yNOTPebNsTh KypeHWeM. BraronpusitHbl noanep)aHne HopMarnbHOro Beca 1 peryssipHasl, OgHako He
Upe3MepHO MHTEHCMBHas dU3nYeckas akTUBHOCTb (CM. pekoMeHaaummn B pasgenax «Pusmyeckast akTMBHOCTb OJ15
CHUXXEHMS BeCay» U «Puanyeckas akTUBHOCTb A/1s1 MOOAEPXKaHUS 300POBbs» MOTPeOUTENIbCKOM BEPCUM JaHHOMO OTYETa).
YenatenbHO ynoTpebnsaTb B Ny 6oriblue NpoayKToB, 60raTbiXx aHTUMOKCHMOAHTaMK (BUTaMUHbI C, E, 6eTa-KapoTuH),
CBEXMX GPYKTOB M OBOLLEN, NMNTb 3eN1eHbIN Yal. MNpyn roToBke obCrnenyeMOoMy XeraTelbHO OTaaBaTh NpeanoyTeHme
MEeTOoAaM Bapku W MapoBOM 06paboTKK, HE 3MOYyrNoTPebnsaTh MULLEN, XXAPEeHHOM Ha CKOBOPOAE U rpune.



MeTabonmam bumnmpyburHa

Pe3yn bTaT reHeTu4eCckoro aHasim3a

leH Monumopdusm MeHoTMN YacToTa PesynbtaT AdPexT

MpenpacnonoXeHHOCTb K AOCTaTOuHO
UGT1A1 rs8175347 6TA/7TA 48,5% addekTMBHOM paboTe depmeHTa YOAD- @® O

rMOKYPOHUITPaHcdepasbl

BUNMPYBUH - 3TO KOHEUHbIM MPOAYKT KaTabosiMaMa rema, NpocTeTUYECKOM rpynrbl FeMOITIOBMHOB M HEKOTOPbLIX APYrnX
6enKkoB. HEKOHbBIOMMPOBaHHbIM (HEMPSIMOW) BUNUPYBUH, XenTtoe rmapodobHOoe coeavHeHue, obpasyeTcs Mpu pacrnane
3pPUTPOLIMTOB. B koMrnekce ¢ 6e51KOM MnasMbl KpoBU (anbOyMUHOM) OH TPaHCMOPTUPYETCs B MeYeHb, rae NoaBepraeTcs
CBSI3bIBAHWIO C [TIFOKYPOHOBOW KMCNOTOM nop, penctesveM depmeHTa YOD-mioKypoHunTpaHcdepasbl. B pesynsrate
0bpasyeTcs KOHbIOMMPOBaHHbIN (MPSIMON) BUNUMPYOUH — ero pacTtBopuMas dopMa. MNpoaykTbl JanbHenwero katabonmama
6UNMpYBbUHa BbIBOOSTCS M3 OPraHM3Ma Kak KOMIMOHEHT Xen4u, a Takke B HEOOSbLUMX KONMMYECTBaxX C MOYOM.

BunmpybuH siBnsieTcsl  aHTWMOKCKMOAHTOM, aKLUEMTOpPOM CBOOOAHbIX pagovKasioB. YMEpPEHHO MOBbIWEHHbIM YpOBEHb
6UNMpYybMHa B KPOBWM CBS3AH CO CHWPKEHHBIM PUCKOM CepaeyHO-COCyaMCTbIX 3aboneBaHui. OOoHaKO MpW HaKOMMIeHU B
TKaHSIX B BbICOKMX KOHLEHTPALMSX HEKOHBIOMMPOBAHHBIA BUAMPYOUH MOXET Bbi3blBaTb TOKcMYeckme 3dbekTbl.
CuHgpoMoM XXunbbepa (OobpokavyecTBEHHass rUNepounmMpyomHeMmsl) — 3TO HaceACTBEHHass OCOOEHHOCTb ObMeHa
6UNMPYBUHa, KOTOpasi MPOSIBNSETCS B YMEPEHHOM MOBbILUEHUM COOEPXKaHUS ero HEKOHBIOMMPOBaHHOM GpOPMbl B KPOBW.

MpUYMHOM 3TOrO  COCTOSHUS  SIBMISIETCS  CHWKEHHas npoaykums YO D-mokypoHunTpaHchepasbl, M3-3a  4Yero
HEKOHDBIOIMVIPOBAHHbIN BUNMPYOMH HE MOXET ObiTb CBS3aH B MEYEHWMM UM ero ypoBeHb B KpOBW MoBbiwaeTcs. B Poccum
pacnpoCTpaHeHHOCTb cnHApoMa XKunbbepa coctaenseT npumepHo 20-50 cniydaes Ha 1000 yenoBek. MyXuunHbl 6onetoT
B HECKOJIbKO pa3 4aule, YeM XeHLNHbI. B 6onbluMHCTBE cnyyaeB eOMHCTBEHHbIM ero nposasneHmeM aengeTcda ymMepeHHasd
XenTtyxa. Takke BO3MOXHbl 6051 B XMBOTE, PaCCTPOMUCTBA MULLEBAPEHMUS, MOBbILLEHHas yToMnseMocTb. KpoMe Toro,
cnHapoM XKunbbepa sBnsieTcs GakTOpOM pUcKa pPasBUTUS MoYekaMeHHoW 6onesHu. Momumo cuHppoma XXunbbepa, y
MOBbILWLEHHOIo YpPOBHS 6|/|n|/|py6|/|Ha B KpOB/ MOXeET 6bITb MHOIO MAPUYNH, BKIKOYas BUPYCHbIE N TOKCUYeCKMe MopaXeHns
rneyeHu. Mpu HanUYMU MNEPBUIMPYONHEMUN BAXKHO BbISIBUTb €€ MPUYUHY.

NccnepyeMble reHbl

UGT1A1

KooypyeT  YO®D-moKYpOHUITPaHCdepasy,  OCHOBHOM OnpepeneHHble reHeTU4YeckMe BapWaHTbl, Brusiowpe Ha
dpepmeHT, OCYLLECTBSIOLLMNA ITIOKYPOHU3aLMIO npogykuuo YOD-mokypoHun - ClTpaHchepasbl, sSBnstoTcs
OnnMpybrHa M HEeKOTOpbIX [OPYrUX coeavHeHWn. [eH dakTopOM pucka oSt pasBuTUs cuHapoma Xunbbepa.

UGT1A1 akcrnpeccupyeTcs B OCHOBHOM B MEYEHM.

3aknueHue

FeHeTUYeCKUIN aHanM3 BbISBAM Y 0B6CTIeQyeMoro He3HauuTe bHbIM PUCK HapyLLieHUs paboTbl depMeHTa YO D-
TIOKYPOHUATPaHChepasbl. HU3KuiA prck paseuTus cuHopoMa XKunbbepa.



ObcnegoBaHUS

MocKOmbKY pUCK PasBUTUSA cMHOpoMa XXunbbepa y o6cnenyeMoro 4OCTaTOYHO HUSKUIA, MPU OTCYTCTBUM CUMIMTOMOB
OOMOSTHUTESbHbIE 06CNIed0oBaHMSA eMy He TPebyroTCs.

PekoMeHgaumm rno npodunakTrke

MocKonbKy pUCK pasBuTus cHapoMa XKunbbepa y o6cneayeMoro OTHOCUTENbHO HU3KUM, MPW MOSIBNIEHUN MPU3HAKOB
XENTyXu eMy KpaHe BaXKHO HEMeJIEHHO OBPaTUTLCS K Bpady U MPOMTY KOMIIeKCHoe obcrefoBaHne [ BbiABNEHVS ee
MPUYKH. XKenTyxa MOXeT 6bITb CUMMTOMOM MHOIMX 3aboneBaHuii, HanpyMep LMppo3sa NeYeHn 1 BUPYCHbIX rernaTuToB.



CnopTmBHOE 300POBbE

CrnopTvBHas reHeTWkKa - HarmpaBfieHWE FeHETUKW, M3ydalolee BVSIHUE U3MEHEHU B
reHax YernoBeka Ha GU3NYECKYHO aKTUBHOCTb U CMOPTUBHbIE CMTOCOBHOCTU. TPEHMPOBKM
- 970 Bcero nuwb 30% ycrniexa, octanbHble 70% pesynbraTa 3aBUCAT OT BPOXKOEHHbIX
CMOPTMBHbBIX Ka4E€CTB, 3aN10XXEHHbIX FEHETUKOW.

Ha crnopTvBHble CMOCOBHOCTU KaXOoro 4erioBeka BAWSIIOT CTPYKTYpa MbllUeYHbIX
BOJIOKOH, YPOBEHb KPOBOCHAGXEHWSI MbIlL, CKOPOCTb Habopa MbIWEYHOM MaccChl.
BONbLMHCTBO 3TMX MOKasaTesNien 3aBUCUT OT MeHETUYECKMX O0COBEeHHOCTEN UHOMBMOA.
FeHeTUYeCKas NMpPenpacroNIoOXXEHHOCTb BIMSET Ha TakMe XapaKTEPUCTUKM, KaK CKOPOCTD,
cuna W BbIHOCIMBOCTb. [loHMMaHMEe CBOWX [eHEeTMMEeCKMX OCOB6eHHOCTeEN -
BO3MOXHOCTb peasiM3oBaTh CMOPTUBHbIM MOTEHLUMa B NMPaBUIbHOM HarnpasieH .

MpodeccroHarbHbIM crnopTcMeHaM pesynstatbl JHK-TecTa MoMoryT CKOppeKTUpOBaTb
MHTEHCMBHOCTb W BPEMSI TPEHMPOBOK, MOJO6paTh MUTaHME U pas3paboTaTb CUCTEMY
NPOGUNAKTUKM CMOPTUBHBIX TPaBM W 3aboneBaHun. Kpome 3TOro, uccnegoBaHue
reHeTUYECKOWN MPeapacrioNIoXXEHHOCTU K 3ab0oneBaHusAM, CBA3aHHbIM C PU3NYECKUMU
Harpyskamm, MO3BOSIUT M36exXaTb pPasBUTUS 3ab0NieBaHUM CepaeyYHO-COCyanCTOM
CUCTEMbI, aCTMbl M OCTEONopo3a.

102 Kon o6cnepyemoro WOTEST3



@ Mapkepbl BbIHOC/IMBOCTU

Pe3yn bTaT reHeTUu4eCkKoro aHasim3a

leH Monumopdusm MeHoTMn YacToTa PesynbtaT AddPekT
MpenpacrnofioXeHHOCTb K crabom
ACE rs4646994 D/D 22% apanTaumnmn cepaeyHo-CoCyamcTomn 6 6
CNCTEeMbI K Harpy3kaM Ha BbIHOC/IMBOCTb
ADRB2 r51042713 G/A 50% I'Ipe,u.pacnonoerHOCTb K MOHM>XEHHOMY @ @

MysibCy MOKOS U CpefHel BbIHOCIMBOCTU

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 pPaboTbl
cepaeyYHO-CoCyaUCTON U ObIXaTeNIbHOW CUCTEM.

Mpwn Harpyskax Ha BbIHOC/IMBOCTb OCOB0 3HAUYMMO MPaBUIbHOE pPaBHOMEPHOE MOoTpebrieHre KUCIopoda M MUTaTesbHbIX
BeLIEeCTB AN obecrneyeHns opraHMaMa 3Heprer B TeueHue LJINTENbHOMO Mepuoda; He MeHee BaXHa 3KOHOMM3aLMs
TEXHUKU BbINMOSHEHUS ABMXKEHUI. MMO3TOMY HanmyMe AOCTaTOYHOro KOMYEeCTBa KPacHbIX (OKUCITUTENbHBIX, MeANeHHbIX)
MbILIEYHbIX BOJIOKOH W CHaBXeHWe KX AOCTaTOYHO 60MblUMM KOMMYECTBOM KUCIIOPOAa CepaeYHO-COCYANCTON CUCTEMOM
obycnaenmeaeT GeHoTUN CTalepa, MapadoHLa. YacTo, HO He Bceraa, HeBbICOKash BbIHOC/IMBOCTb MOXET COMpPOBOXOATbCs
MOBbILLIEHHBIMU CUMOBLIMU Ka4eCTBaMK, 1 Ha060POT.

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
TPEeHUPOBKaMK, TEKYLIMI YPOBEHb PasBUTUS STOrO Ka4eCcTBa YesioBeka B MepBylo ovepeb ornpefensieTcs He reHeTUKOM,
a YPOBHEM TPEHUPOBAHHOCTM (Hapsiy C JTOBKOCTbIO OHa SIBNSIETCS OOHUM U3 CaMbIX XOPOLIO TPEHMPYEMbIX MOoKasaTenem)*.

Nccnepyemble reHbl

ACE

KooupyeT aHrmoTeHsuHnpeBspalaiowmin depmeHT (AMNd)
- LUMPKYIMPYIOWMA BO BHEK/IETOMHOM MPOCTPaHCTBe
6enoK, KOTOpbI UrpaeT BaXHYO POSib B perynisumm
KPOBSIHOrO  fdaBneHuss U1 6GanaHca  3/1eKTPOSINTOB,
KaTanmsmpyeT pacllernsieHe HeakTVBHOrO aHrmoTeH3MHa
| pDO aKTWMBHOro aHrmoteHsmHa I, cTtumynupytolero
CYy>X€HMEe COCYOOB W yBeNIMYEHNE CUHTE3a anbAoCTEPOHa.
leH aKcrpeccupyeTcsl B MakCUMMasilbHOW CTEmneHu B
KUILIEYHWKE, TakkKe B JIerkuxX, MeHble - B su4Kax,
MomKenygoYHoM xenese, rnovkax u gp. CessaH C TUMOM
afanTaumm cepaeYHo-cocyamcTom CUCTEMDI K
onpefesieHHoMy  TUNy  PU3NYECKOM  Harpyskm m
pasBUTMEM  MMNEPTPOPUUECKON  KapaMoMMornaTum
apTepuanibHON runepTeHaun. HopmarnbHast annenb (1) B
3TOM reHe CBfi3aHa C TMOBbILEHHOW BbIHOC/IMBOCTbIO W
CHWKEHHbBIM 7
rMNepTeH3nu.

PUCKOM pasBUTUSA apTepuasibHO!

ADRB2

KogvpyeT 6eTa-2-agpeHeprmyeckmini peLenTop - MOHHbIN
GenKoBbIi KaHas, BCTPOEHHbIM B LMTOMIasMaTn4ecKyro
MeMOpaHy KNeTKW, UMEIOLMI BbICOKYIO CTerneHb CPOACTBa
K agpeHanvHy W obecrneymBalolWyii  MOBbILEHVE WU
CHUWXeHWe MeTabonM4yeckon akTUBHOCTY MHHEPBUPYEMOM
TKaHW WM opraHa. AKTMBaLMS pPeLienTopoB Bbi3biBaeT
yBeIMYEHNE MHTEHCMBHOCTM MUKOreHOIM3a B MbilwLax. B
reHe Havbornee uayyeHbl Aga nonvmopoduama: GIn27Glu
n Glyl6Arg. MocnegHWin CBsi3aH C CepAeYHbIM BbIOPOCOM
B rokoe, MNOBbILLEHHOM 6poHxoannaTaumen "
BbIHOC/TMBOCTbIO.



3akJioueHue

Y o6cne,u,yeMoro BblsB/IEeHa reHeTn4Yeckaa npenpacrioNoXeHHOCTb K CHVKEHHOM BbIHOC/TIMBOCTU. 3TO cBMaeTenbCTeyeT O
TOM, UTO ero CrnocobHOCTb BblOep>XMBaTb OJIUTENIbHbIE Harpy3kum HMXe cpeHero.

ObcnegoBaHUS

HesaBncrMOo OT BbIGpaHHOIO B1da criopTa U GU3MYECKON aKTUBHOCTU ObCrieyeMoMy pekOMeHOyeTCsi MepUoanyeckmnii
KOHTPOJIb reMaToNormyeckmx (OBLWMM aHanm3 KpoBU, B MEPBYO ovepeb KONIMYECTBO 3PUTPOLIMTOB 1 FeMOTIObNHA) U
BUOXMMMYECKUX (KONTMYECTBO MOYEBUHbBI M KPeaTUHMHA B KPOBU, aKTUBHOCTb KpeaTUHKIMHA3bl) NokasaTenei. Takke
XenaTesnbHbl Nepuoamuyeckme kapauorpaduyeckme 1 crnimporpaduryeckme obcnenoBaHms.

PekoMeHgaLmm rno npodunakTmke

TPEeHWPOBKW 1 BUAObI CMOPTa, TPebytoLme 60MbLLOV BbIHOC/TIMBOCTM, MOAXOAAT obcrnenyeMoMy B HEGOSbLLOW CTEMNEHW.
MoaTOMYy eMy peKOMeHAOBaHbl HEMPOOOKUTEbHbIE TPEHUPOBKN YMEPEHHOM U BbICOKON MHTEHCMBHOCTM (B
3aB1CKMOCTW OT OPYrvX NokasaTesien), BOSMOXHO, CMPUHTEPCKME UM MPbPKKOBbIE B! CriopTa (PeKoMeHayeTcs
06paTuTbCs K pasgenam «Cunoeble TPEHUPOBKM» N « TPEHUPOBKM Ha CKOPOCTb»). MpU YTOMASEMOCTU peKOMeHayeTcs
BK/IOUaTb B paLMOH o6crnenyeMoro 6aHaHbl, OBEC, LUMMHAT, CBEKITY, BULLHIO, rpaHaT. MOoBbILEHMIO BbIHOC/TMBOCTM MOIYT
CNoCcoBCTBOBaTb TakKe MpUeM Xernesa U L-KapHUTMHa (MpU OTCYTCTBUM 3aB0NeBaHUM LWATOBUOHOW Xenesbl, nocne
KOHCY/BTaLyM CreLmanicTa), SKCTPaKTOB POOMOIIbl PO30BOMN, XEHbLLUEHS, 3/1eyTEePOKOKKa*. BbIHOCNMBOCTb SIBNSIETCH
XOPOLLO TPEHMPYEMbBIM MoKasaTesneM. [NoaToMy, ecnu BoibpaHHbIM 06CIeAyeMbIM B UTOre BUA CriopTa BCe Xe TpebyeT
HEKOTOPOW BbIHOC/TMBOCTW, €€ MOXHO HAaTPEHUPOBAaTb A0 ONpeaesieHHOM CTENeHM.



‘ Mapkepbl cUIbl

Pe3yn bTaT reHeTnu4eCKoro aHasim3a

leH MNonumopdusm MeHoTMn YacToTa PesynbTat AddPekT
MpenpacnonoXeHHOCTb K BbIPaXeHHOM
ACE rs4646994 D/D 22% afanTaLmmn cepeyHo-CcocyancTon ® ®
CMCTEMbI K CUTOBbIM Harpy3kaM
ACTN3 1815739 T/C 50% MpenpacnonoXeHHOCTb K yMEpEeHHOM ® O
CKOPOCTMN MbILIEYHbIX COKPaLLEHNI
MpenpacrosioXeHHOCTb K CHUKEHHOM
PPARG rs1805192 c/C 69% rUMEPTPOdUU MbILLEUHOM U YBENNUEHMIO 6 6
XNPOBOW TKaHEN
MpenpacrnofioXeHHOCTb K CpeaHeit
ADRB2 rs1042713 G/A 50% UYBCTBUTENbHOCTU K aApeHanivHy 1 ® 6

MOHMXXEHHOMY MyJibCy NOKOSA

MpeapacronoXeHHOCTb K CUMOBbIM Harpyskam OrpefensieTcs TUMOM MbIEYHbIX BOSTOKOH, CKOPOCTBIO POCTa MbiLLEYHOM
Macchl, 3GdEKTUBHOCTBIO MOTPEBNEHNS OpPraHM3MOM KUCIIOpoZa W MPOLAYKTUBHOCTbIO paboTbl CepaeYHO-COCYAUCTOM
cucTeMmbl. [Mpy 3TOM 3a4acTyto (HO He Bcergal) BbICOKWMIA CUITOBOM MOTEHLMar MOXET COMPOBOXAATHCA CHUXEHHOW (Mnn
CpefHelt) BbIHOCIIMBOCTbIO, M HAOGOPOT.

leHeTWKa orpenesisieT pasBuUTME CUMOBbIX MokasaTesiel npuMepHo Ha 70%, Mpu 3TOM ee BK/ah B COCTaB MeM/IeHHbIX
MbILUEYHbIX BOMTOKOH cocTaBnseT 45%. OCHOBHble reHbl, BVSIOWME Ha CUMIOBOM MOTEHUMan - 3TO reHbl, CBA3aHHbIe
HEMNOCPEACTBEHHO CO CTPYKTYPOM U (OYHKUMOHMPOBAHMEM MbIWL, (HampuMep, TeH anbda-akTUHWHA), PeLenTopbl,
aKTUBMPYEMblE MEPOKCUCOMHBIMU  MponndepaTopaMmn  (MOCKONbKY WMMEHHO OT  HMX 3aBUCUT CKOPOCTb pocTa U
ONPDEPEHLMPOBKM B TOM UUCIIE U MbILEYHOM TKaHW), a TakKe reHbl PeHWH-aHMMOTEH3UHOBOW CUCTEMbI (aHMMOTEH3MH-
npespaLlaowiero  pepMeHTa, aHrMoOTEeH3MHOreHa), MOCKOMbKY WMMEHHO OHa obecrieuvBaeT afdanTauuio CepaeyHo-
COCYOMCTON CUCTEMBI K CU/IOBbIM Harpy3ka.

OpHako crefyeT MOMHWUTb, YTO WHTEHCUMBHbIE CUMOBble U3MYECKME Harpy3kKM MOMyT COMPOBOXAATbCA MOBbILEHWEM
apTepuarnbHOro OaBMEHUs! U OKCUOAATUBHBIM CTPECCOM (MOBpeXAeHWE KIeTKU B pesyfisTaTe OKUCTEHUS) B OpraHnaMe.®

NccnepyeMble reHbl

ACTN3

KooupyeT 6enok anbda-akTUHUH-3, KOTOpbI y4acTBYeT B
COKpaTUTENIbHOM arnapaTe BOSIOKOH CKENETHbIX MbILL, U
aKcnpeccupyeTcs NpenMyLLEeCTBEHHO B HUX.
MonuMopdHas 3aMeHa B 3TOM reHe MpuMBOOUT K
OTCYTCTBMIO QYHKLUMOHANbHOro 6enka anbda-akTuH1Ha-3.
B otcyrctBMe anbda-akTMHUMHA-3 ero porib BbIMOMHSAET
anb@a-akTUHWH-2, YTO CBSI3aHO C HU3KOW CKOPOCTbIO
COKpalleHusi  MblleyHbIX BOMokoH. ACTN3  gensieTca
cneumdUyeckM MapkepoM BbICTPOTbI U CUIbI.

PPARG

KoovpyeT ramma-peuenTop nponmdepaumm nepokCrcoM,
KOTOpbI B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOM TKaHW.
OcHoBHOM GYHKLMEN 3TOro Genka sIBNSeTCs akTuBaLMs
reHoB, CBSI3aHHbIX c aKKyMynsLmen XMpa,
ONOPEPEHLIMPOBKOM  KIIETOK  XXMPOBOM  TKaHU U
MrobnacToB. UrpaeT BaxXHYIO porib B YyBCTBUTENbHOCTU
pPasfINYHbIX TKaHEeW K UMHCYNUHY. MonuMopdHas 3aMeHa B
3TOM reHe 6GnaronpusiTHa U CBs3aHa C 60siee BbICOKOM
UYBCTBUTENIBHOCTBIO K MHCY/IMHY, 60nbluer yTunmsaumen
SHEPrMM KNeTKaMm Mbilly, U 6onee 6biCTPbIM MPUPOCTOM
MbILUEYHOM TKaHW, YTO CMOCOOCTBYET  MOBbILLEHWIO
CUIOBbIX KaYecTB.



ADRB2

KopupyeT 6eTa-2-agpeHeprmyeckmii peLienTop - MOHHbIN
6enKoBbI KaHan, BCTPOEHHbIM B LMTOM/IasMaTUyecKyro
MeMOBpaHy KIIeTKW, MMEIOLLMIA BbICOKYIO CTemneHb CPOACTBa
K agpeHanvHy W obecrieymBalolmi  MOBbILEHVE WU
CHWXEeHVe MeTabonmyeckon akTUBHOCTU MHHEPBUPYEMOM
TKaHW WM opraHa. AKTMBaUMS PeLIenTOpOB Bbi3biBaeT
yBeNMYEHNe NHTEHCMBHOCTM MMKOMeHOMM3a B MbilwLax. B
reHe Hambonee usydyeHbl Aea nonumopodmsma: GIn27Glu
n Glyl6Arg. MNocneoHnn cBs\3aH C cepAeyYHbliM BbIGPOCOM
B rnokoe, MNoBbILLEHHOM OpoHxoaunaTaumen "
BbIHOC/TMBOCTbIO, HOpMasibHast a/ifieflb — C MOBbILUEHHbIMU
CUOBbIMU Ka4yeCcTBaMU.

ACE

KooupyeT aHrmoTeHsmHnpespalaiowmin depMeHT (AMNdD)
- UMPKYIMPYIOWMM BO BHEKIETOMHOM MPOCTPaHCTBE
6enoK, KOTOpbIN WIrPaeT BaXHYKO poOfb B perynsumm
KPOBSHOrO  OaBfeHuss W GanaHca  3/1eKTPOJIUTOB,
KaTanusmpyeT pacllernsieHne HeaKTUBHOroO aHrMoTeH3MHa
| pDO aKTWMBHOro aHrmoteHsmHa I, ctumynmpylowero
CYy>KEHWMe COCyOoB U yBe/IMYEHME CUHTEe3a a/lbAOCTEepPOHa.
[eH akcnpeccypyeTca B MakCUMasibHOM  CTerneHu B
KULIEYHMKE, TakkKe B JIerkux, MeHblle - B saudKax,
MOMmKeNyaooYHOM Xenese, novkax v gp. CesizaH C TUMNOM

afjanTaumm cepaeyYHoO-CoCyancToMn cUCTEMBI K
onpeneneHHoMy — Tuny — GU3MYECKOM  Harpyskm — ©
pasBUTUEM  TUMEPTPOdUYECKOM  KapaMoMMonaTumM U

apTepuanbHon runepTeHsun. Oeneuns (D) B 3TOM reHe
CBsisaHa C ajanTauven cepaeyYHO-COCYyOUCTOM CUCTEMbI K
Harpyskam Ha CUy U B TO XXe BpeMsi — C MOBbIWEHHbIM
PUICKOM PasBUTUSI apTEPUarbHOM MNEpPTEH3NM.

3akiroyeHmne

leHeTUYeCcKnn aHanms BbiSBU Yy 06CTenyeMoro MoBbILEHHbI CUTOBOM NOTEHLMas. STO O3HaYaeT, UTO OH MOXET Pa3BUTb

AOOCTaTO4YHO 6OJ'IbLLIyIO MbIlLIEeYHYIO CUny.

ObcnegoBaHUS

O6cnenyeMoMy XXenaTenieH KOHTPOSb apTEPUarIbHOro AaBIEHUS U NMepUognveckne Kapamorpadpuyeckme obcnenoBaHus,
npy HEOBXOOMMOCTU — YNBTPa3BYKOBOE ObCNedoBaHWe cepaLa, KOHCYbTaums kapgmonora. MNpy MHTEHCUBHbBIX
TPEHNPOBKaX PEKOMEHAYIOTCS NePUOANYECKUM KOHTPOSb YPOBHS KpeaTUHMHA B KPOBW, @ Takke peryrsipHasi
DEHCUTOMETpUS. PeKOMEHOYeTCsl KOHTPONMMPOBAaTb KOIMYECTBO MUKPO3IEMEHTOB (LIMHKA, CeNeHa, MapraHLua) m
BuTaMuHOB (D, B12, donneBon KUCOTbl) B KPOBU. EC/M 3aHSATUS CMOPTOM COMPOBOXOAIOTCSA MOTpebneHremM 60blloro
KONMMYecTBa 6ernka, peKOMeHOYeTCH NEPUOANYECKM NMPOXOAUTb Takke COOTBETCTBYIOLME 06CIeaoBaHus (CM. pasaern

«3PPEKTUBHOCTb BbICOKOOENKOBOM ANETbI» [AHHOMO OTYETa).

PekoMmeHpgauunm

O6cnenyeMoMy noaxoasT CUIOBblE TPEHUPOBKU. OH MOXET peasiM3oBaTh CBOM MOTEHUMa NMpenMyLLeCcTBEHHO B CUITOBbIX
BMAAX CropTa, TakMUX KaK CMOpPTMBHas TMMHACTMKa, MPbPKKOBbIE B1Abl CriopTa U rpebnsi (6araapkm, KaHoO3 - KOPOTKMe
OUCTaHLMNM) U NPbPKKU B OJIUHY/TPOMHOM (MPU BbICOKOM MOKasaTesie CKOpPOCTW). Takke MOoryT nogonT 60eBble MCKYCCTBa
(KapaTe, TX3KBOHLO), 6opbba (BOMbHas, Mpeko-puMckas, caMbo, A3t0A0). B MeHbLUen cTeneHn NogonayT Tsbkenast
aTneTuKa Unu nayapamdTUHE, apMPECTSIVHI. [py CUOBbIX TPEHUPOBKAX PEKOMEHAYETCS YBEIMUYUTD KONMYECTBO 6enka B
paumoHe obcriefyeMoro (BKIoYaTh B PaLMOH LG, HEXMPHOE MSICO U pblby, XyMyc). Takke crefyeT y4ecTb pesynsraTbl,
npviBeAeHHble B pasgenax «Pusmyeckre Harpyskuy 4ss nogaepxaHus 300poBbs» U «[pueM aHTUOKCUOAHTOBY
MoTPebUTENbCKOM BepcuM oTyeTa. [MNpun HapyLWeHUM paboTbl aHTUOKCUOAHTHOM CUCTEMbI PEKOMEHOYIOTCS MOHMKEHHas
MHTEHCUBHOCTb TPEHUPOBOK U AOMOSMHUTENBHBIA MPUEM aHTUMOKCMOAHTOB. [py HEOOXOOMMOCTW NS yBENIMYEHUS!
MbILLEYHOM MacChl U YNyULWEHWNS] Pe3YsITaTOB BO3MOXEH MPUEM MPOTEMHOBbIX KOKTEMNEN, aprMH1HA 1 KpeaTuHa*. [ns
MOBbILLEHUNS YCTOMUYMBOCTI CYXOXUINIA K MOBPEXOEHMSIM MPU CUOBbIX TPEHUPOBKAX MOXHO HasHauaTb npenapartbl
KOnnareHa 1 XOHOPOUTWHA*. BnaronpuaTeH npreM ButaMyHa D. 1S yBenMyeHns: CUMoBOM BbIHOCTIMBOCTM BO3MOXEH

npuem 6eTa-anaHuHa.



% Mapkepbl CKOPOCTU

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdusm MeHoTMn YacToTa PesynbTat AddPekT
ACTN3 (1815739 T/C 50% MpenpacnonoXeHHOCTb K yMEpeHHOM ® O
CKOPOCTM MbILIEYHbIX COKPaLLEHNI
MNpenpacrnonoXeHHOCTb K CHUXEHHOM
PPARG rs1805192 c/C 69% rUNepTPOdUM MbILLEUHOM N YBENYEHMIO 6 6
XVPOBOW TKaHEN
MpenpacrnosioXeHHOCTb K BbIPaXXeHHOM
ACE rs4646994 D/D 22% afanTaumm cepaeyuHo-cocyamcTonm 6 6

CNCTEMDI K CMIPUHTY

CKOPOCTHblE KayecTBa ornpefensioTcs B MepBylo ovepenb NpeobrnafaloliyM TUMOM MbILEYHbIX BOTOKOH (6biCTpble Mnu
Mep/ieHHble). [Onsi MednieHHbIX (KPacHbIX, OKWUCIUTESbHbIX) MbIUEYHbIX BOSIOKOH XapaKTepHbl a3pOBHble MexaHW3Mbl
3HeproobpasoBaHWs, KOTOpble OGeCcrneyrBaloT BbIMNO/IHEHWE LJIUTENbHON PaboTbl Ha BbIHOCMBOCTb. BbiCTpbi TUM
MbILLIEYHbIX BOSTOKOH (6erble, MUKOIUTUYECKME BOMTOKHA) CUHTE3MPYET SHEpPruio 3a cYeT aHaspObHbIX MEXaHM3MOB, YTO
obecneumBaeT BbICOKYIO CKOPOCTb COKpaLleHWs M BbiICTpoe yToMieHne. TakiMm obpasoM, rnpeobrnagaHve MedsieHHbIX
MbILLEYHbIX BOJIOKOH orpefensieT ¢deHoTun cravepa (MapadoHua), npeobnafgaHue ObICTPbIX MbIeYHbIX BOJIOKOH -
$peHoTUN CnpuHTepa, UK «cunava», @ paBHOE COOTHOLLEHWE MO3BOJISIET YesIoBEKY peasin3oBaTb CMOCOOHOCTU B UMPOBbIX
BMAaX CriopTa, eAMHObopCcTBaX.

HacneoyeMocTb CKOPOCTHbIX Ka4ecTB OLEHMBaeTCs B pasMepe He MeHee 60%, B MepBylo ovepedb 3a CYeT BapuaHTOB
reHOB, CBSI3aHHbIX HEMOCPEACTBEHHO C COKPALLEHWMEM MbIlL, M KOIMYECTBOM 6bICTPbIX MbILEYHBIX BOSTOKOH (aKTUHMH).
OnHako OIS CMPUHTEPOB OOHOBPEMEHHO TakXe BaxKHa 6bICTpas aganTaums cepaeyHO-COCYOMCTON CUCTEMbI K PE3KOMY
BO3PaCTaHMIO CKOPOCTU W, COOTBETCTBEHHO, Harpysku. [loaToMy sogsM ¢ 3aboneBaHUsMW  CcepaeYvHO-COCYANCTOM
CMCTEMbI PEKOMEHOYeTCs 3aMeHsTb 6er Ha nelume Mporysiku.

NccnepyeMble reHbl

ACTN3

KoaoupyeT 6enok anbda-akTUHUH-3, KOTOPbIX Yy4acTBYET B
COKpaTUTENIbHOM arrnapaTe BOJIOKOH CKENETHbIX MbILL, U
aKcnpeccupyeTcs NpenMyLLEeCTBEHHO B HUX.
MonuMopdHass 3aMeHa B 3TOM reHe MpuMBOOUT K
OTCYTCTBMIO OYHKLUMOHANbHOro 6enka anbda-akTuHUHa-3.
B otcytctBMe anbda-akTMHUMHA-3 ero posib BbIMOMHSAET
anbda-akTUHWH-2, YTO CBSI3@HO C HU3KOW CKOPOCTbIO
COKpaLleHMs1  MbllleyHbIXx BonokoH. ACTN3  sensieTcs
cneumduryeckM MapkepoM ObICTPOTbI U CUTbI.

PPARG

KoouvpyeT ramma-peuenTop nponubepaumm NepokCrCcoM,
KOTOpbI B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOM TKaHW.
OcHoBHOM GYHKLUMEN 3TOro Genka sIBNSeTCs aKTMBaLMs
reHoB, CBSI3aHHbIX c aKKyMYyrisiLmen Xnpa,
ONOPEPEHLIMPOBKOM  KIIETOK  XMPOBOM  TKaHM U
MMOBNACTOB. MrpaeT BaxHYIO posfib B YyBCTBUTENbHOCTMU
PasnnuHbIX TKaHEeW K WHCYNUHY. onvmopdHasi 3aMeHa B
3TOM reHe 6GrarornpusiTHa U CBsizaHa C 6oriee BbICOKOM
UYBCTBUTENIBHOCTBIO K WMHCYNMHY, 60sblIen yTunmsaumemn
3HEPrun KNeTkaMm MblllL, 1 6oree GbICTPbIM MPUPOCTOM
MbILEYHOM TKaHW, YTO CrOCOOGCTBYET  MOBbILEHWMIO
CUIOBbIX M CKOPOCTHbIX Ka4eCTB.



ACE

KooupyeT aHrmoTeHsuHnpespaLaiowmin depmeHT (AMNd)
- UMPKY/IMPYIOWMA BO BHEKIETOYHOM MpPOCTPaHCTBE
6en0K, KOTOpbIM UrpaeT BaXHYIO Pponb B perynsumm
KpPOBAHOrO  OaBneHuss U GanaHca  3/1eKTPOJSIUTOB,
KaTanmampyeT paclennieHne HeakTVBHOrO aHrMoTeH3MHa
| [DO aKTWMBHOro aHrmoteHsmHa |Il, crtumynupytolero
CY>XXeHVe COCYAOB W yBerMYeHVe CUHTe3a anbaoCTepoHa.
l[eH aKkcnpeccypyeTca B MakKCMMarlbHOM CTerneHu B
KULEYHWKE, TaKkKe B NErkvx, MeHbLIe - B SIMYKaX,

I'IO,El)Ke}'IyLI,O‘-IHOlZ XXenese, nodvkax v gp. Ces3aH C TUMOM

afjanTaumm cepaeyYHoO-CoCcyancTom cUCTEMBI K
onpepeneHHoMy — Tuny — GU3MYECKOM  Harpyskm — ©
pasBUTUEM  TUMEPTPODUYECKOM  KapaMoOMMonaTUmM U

apTepuanbHon rynepTeHsun. OJeneuns (D) B 3TOM reHe
CBsisaHa C aganTauven cepaeYHO-COCYyOUCTOM CUCTEMbI K
CWMOBbIM M CKOPOCTHbIM HarpyskaM U B TO Xe BpeMs — C
MOBbILLEHHBIM PUICKOM pasBUTUSA apTepuanibHOM
rMnepTeHsuu.

3akJioueHue

FeHeTUYeCKUIn aHanM3 BbisBAM Yy 06CTeQyeMoro cpeaHuin CKOPOCTHOM MOTEHLMan. 3TO O3HaYaeT, YTo OH obradaeT

cpeaHMMU CrpUHTEPCKNUMN KayeCTBaM.

ObcnegoBaHUSA

Mpu BbIBOPE CKOPOCTHbIX BUOOB CriopTa 06CneayeMoMy XenaTeribHO KOHTPOMPOBaTb apTepuaribHoOe AaBneHme
(O3HaKOMBTECH TaKXe C pe3yrsTaTaMy M peKoMeHAaLMsaMY COOTBETCTBYIOLWEro pasaena AaHHOro OTYeTa) M NMPOBOAUTD
nepuoguyeckme kapavorpadudeckme obcnenoBaHus, Npy HEOOXOOAMMOCTU - YNBTPas3ByKOBOE obcriefoBaHWe cepaua,
KOHCYNBTUPOBATbCS C KapAMONOroM. YXenaTenbHO NeproanYeckoe NpoBeAeHE OEHCUTOMETPUM ANt MOHUTOPUHIA
BO3MOXHbIX PVCKOB MEePESIOMOB, CMIMPOMETPUM, @ TakKe OBLLEro aHanmsa KpoBu (OCOBEHHO 0BpaTUTE BHUMaHME Ha

KONTMYECTBO 3PUTPOLIMTOB U YPOBEHD rEMOITIOOMHA).

PekoMeHOaLUmMm no NpodunakTmnke

O6cnenyemblii MOXET 3aHMMAaTbCs BUOAMU CropTa, TPEOYIOLWMMKM ONpeaeieHHbIX, HO He MaKCUMaslbHbIX CKOPOCTHbIX
KayecTB. EMy MOryT NofoMTh HEKOTOopble 60eBble UCKYCCTBA (aMKMOO alKuKal, BO3MOXHO, IXXWY-IXKUTCY), 6OMbLLION U
HaCTOSMbHbIM TEHHUC, BAAMUHTOH. Takxke ByayT MonesHbl 3aHATUSA TaHLaMM (Knaccuieckme, HEKOTOpble UCTOPUYECKME).
Bo3MOXHbI MPOBGEXKN CpedHEeN CKOPOCTH, X [TUTENbHOCTb 3aBUCUT OT Balliel BbIHOC/IMBOCTU (O3HAKOMBTECH C
pesynsTaTtaMmy B COOTBETCTBYIOWEM pasaene). Mpu Bbibope BMAa CropTa MOXHO TakKe PYKOBOACTBOBATbCH pe3ysisTaTaMu
pasgena «TPeHUPOBKM Ha BbIHOC/TMBOCTb». [11s1 HAbopa HEOOXOOMMOW OJ1s1 Pa3BUTMUSI CKOPOCTU MbILLEYHOM Macchl
6M1aronpusTHO YBESTMYEHME KONMMYECTBa 6e/IKOB B paLMoHe. Takke BO3MOXEH MpUEM KpeaTuHa* O/1a yBesIMYeHus

CKOPOCTHbIX rnokasaTtesnemn. BnaronpusteH npvemM BuTaMmHa D*.



Pusmnyeckasa aktTMBHOCTb
019 CHUXXEeHUSA Beca

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdpunsm MeHoTun YacToTa PesynbTaTt AddPekT
MpenpacronoXeHHOCTb K CHKEHNIO
ADRB2 rs1042714 C/G 51% aKTVBaLMK MIMKOrEHOIM3a B OTBET Ha ® 6
yBeNMUeHe YPOBHS agpeHanHa
MpeapacrnofioXeHHOCTb K BbICOKOM
ADRB3 rs4994 T/T 78% CKOPOCTM JMMONM3a B OTBET Ha BbIBGPOC ® ®
agpeHanMHa
FTO rs9939609 A/A 20% BbICOKUIN PUCK Pa3BUTUS OXUPEHNS 6 6
PPARG rs1805192 c/c 69% Bbicokasi CKOPOCTb POCTa XMPOBbIX 00

KNEeTOK, PUCK MHCYTIMHOPE3NCTEHTHOCTU

PeXmnM TpPeHWPOBOK O/ MOAAEPXKaHUS WM CHUXKEHWS] Beca LO/KEH COCTaBMsATbCA C YYeTOM  WMHAMBUOYaSbHbIX
OCO6EHHOCTEN. BaXHO He TOMBbKO CTPEMUTBCS «CKeYb» KaropuW, HYXXKHO BbIGpaTb TUM Harpysku, Mpu KOTOPOM 6ydeT
MaKCMMasibHO 3P PEKTUBHO PacXOO0BaTbCH SHEPIUS U3 XMPOBbIX KIETOK.

3a aKTMBaLMIO pacxofa dHepreTUYecKmx 3arnacoB OpraHMaMa npur GUsMYecKMx Harpyskax OTBeYaloT B MepBylo odepedb
adpeHopeLIenTopbl, aKTUBUPYIOLWME KaTabonmMsaM Mpy UX aKTUBaLMW afpeHa/IMHOM, BbIOSNSIOWMMCS MpU PU3NYECKUX
Harpyskax. BaxHo, 4TO opraHM3M CHadasia pacxopyeT yreBogbl (TIMKOreH), a Y>Ke MOTOM — XMpbl. TakmM obpas3oM, Ans
MakcUMaribHON 3GdPEKTUBHOCTU PUBNYECKUX Harpy30K HEOBXOOMMO OLIEHWUTb CKOPOCTb pacrafa M YImeBoOoB, U XXMPOB
(oba nokasaTens ykasaHbl B pasgenie «TPeHUMPOBKW OJ11 CHUXEHUST Beca» MOTPebUTeNbCcKoM Bepcun oTveTa). MoMmMo
3TOro, Ha HeobXoOMMOCTb N IPPEKTUBHOCTb PUINUECKMX HarPy30K BAMSET reHoTmn no FTO, nonvmMopdmnaMbl KOTOPOro
accoLMMpOBaHbl 1N pUCKaMK Habopa M3BbITOYHOIO BECa, HO 3TN PUCKU MOTYT ObiTb CyLLECTBEHHO CHWDKEHbI PerynsipHbIMm
PU3MUEeCKMUM Harpy3kKamu.

Takxe HY>XHO MOMHUTb, YTO /I CHWXKEHUs Beca Hapsgy C dursmyeckmmm YNpaXXHEHNAMU Heobxoamma KoppeKuns
PauUyoHa, N KONM4eCcTBO I'IOTpe6J'IﬂeMbIX KaJ'IOleZ B Nto60M cny4vyae OO/MKHO ObITb MEHbLUEe KOIM4YeCcTBa pacxou.yeMblx.*

NccnepyeMble reHol

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

KWUCMOT, OCYLECTBASIOWMX PEFYNSTOPHYIO  PYHKLMIO.
Benok BblpabaTtbiBaeTc B 6GOMblIEN WX MeHbLUen
CTEMEeHN TMOYTU TMOBCEMECTHO B  OpraHuMaMe, HO
MakCUMaslbHO - B HEPBHOM TKaHM U OCOBEHHO B
runoTanamyce. [lonMMopdmnsM 3TOro reHa cBh3aH C
3aMeJ1IeHHbIM  YYBCTBOM HaCbIWEHUSI W YBESTUYEHHbIM
noTpebrieHneM Karnopuii U BHOCUT 6OMbLIOA BKMag B
pasBuTHE OXUPEHU. OOHAKO 3TOT PUCK MOXHO CHU3UTb
perynsipHon GUan4eCcKom akTUBHOCTbIO.

ADRB3

KooupyeT 6eTa-3-agpeHepruyecknin  peuenTop, 4epes
KOTOPbIM noa BO3OEWNCTBMEM KaTexosaM1MHOB
orocpeayeTcs Nunonms U Tepmoperynsums. Peuentop
OEeNCTByeT B agurnoumTax, Mpv 3TOM  MaKCUMasibHasi
IKCMpeccunss reHa OTMeYaeTCs B AMYHMKaX, a Takke B
nnaueHTe, XenyHoM U MoYeBOM My3bipsix. MonmMopdunsm
B reHe CBsi3aH CO CHWKEHMEM BblpaboTKM OaHHOIO
peuenTopa B TKaHsIX, UTO 3aMen/iseT MPOLECC CKUraHUs
XUpa, U acCOLIMMPOBaH C PasBUTUEM TakuX 3a60NeBaHUN,
KaK TrunepToHM4Yeckas ©Oone3Hb, CaxapHblii OvabeT,
OXMpeHMe.



PPARG

KooupyeT ramMMma-peuenTop nponudepalmm nepokCUcoM,
KOTOPbI B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOW TKaHW, B
HEeBOMbLION CTEenMeHn - B  KUWEYHUKE, XXenyoke,
nraueHTe, MoO4YeBOM  nyabipe, Jerkux. OCHOBHOM
pyHKUMEN 3Toro 6enka  sBNsSeTCH aKTWBaUMs [eHOB,
CBSI3aHHbIX C aKKyMynsiUMen Xupa, ouddepeHUMpoBKOM
KITETOK >XMPOBOM TKaHM U MMOGMAcTOB. UrpaeT BaxHYO
ponb B YYBCTBUTESIbHOCTM  PasfiMYHbIX  TKaHer K
UHCYNUHY.  [onvMopdHass 3aMeHa B 3TOM  reHe
6naronpusiTHa M cBsi3aHa C 6oflee HU3KOW CKOPOCTbIO
pOCTa XWMPOBOW TKaHW, HanMume HOpMasbHOM annenm
MOBbILIAeT HeobXxoauMoCTb GU3NYECKUX Harpy3oK [O/1s
NOAAepPXXaHWs Beca.

ADRB2

KooupyeT 6eTa-2-agpeHepruyeckmin peLenTop — MOHHbIN
6enkoBbIN  KaHanm  UMTOrMasMaTu4yeckom  MeMOpaHbl
KIeTKY, WMEIOWMA  BbICOKYIO CTEMNeHb CpoAacTBa K
agpeHanvHy U obecrneuvBalolMi  MOBbILEHVE  Un
CHUWXeHWe MeTabonmM4yeckon akTUBHOCTU MHHEPBUPYEMOM
TKaHM N opraHa. AkTmBaumss ADRB2 Bbi3blBaeT
YBENIMYEHNE UHTEHCUBHOCTU [TIMKOreHonmsa. B rewHe
Hanbonee wm3ydeHbl [OBa nonuMopdmsma: Glyl6Arg
(cBsi3aH C cepaeyYHbiM BbIBPOCOM B MOKOE, MOBbILLEHHON
6poHxoounaTaumMen M BbIHOCIMBOCTBIO) U GINn27Glu
(cBFI3aH C OXMPEHWEM U [TIMKOreHOM30M, pacragoM
IMYKOreHa Npu GU3nYeckom akTMBHOCTU). Annenb 27Glu
(G) cBsizaHa CO CHWXXEHHOW CKOPOCTbIO TIMKOreHomMsa B
OTBET Ha BbIOPOC agpeHasiMHa W MOBbILUEHHbIM PUCKOM
Habopa 136bITOYHOrO BECa/OXUPEHUSI.

3aknueHue

B pesynbraTe reHeTM4Yeckoro aHanmsa y obcneayemMoro BbisiB/ieHbl MPeapacrioNOXXeHHOCTb K CpeAHeN CKOpOCTU
MeTabonraMa 1 HECKObKO MOBbILEHHAsi MOTPEOHOCTb B GU3NYECKON aKTUBHOCTM.

O6cnenoBaHUSA

YKenateneH KoHTponb Beca Tena obcnenyemoro (1 pas B Hepesnto). XXenatesbHO Takke Nepuoanyeckm NpoBepsiTb ero
NMNMOHBIN NpodUnb (YPOBEHb TPUMMLIEPUOOB, O6LLEro XonecrepuHa, xonecrepuHa JIBIM v JTTHI), MoxeT 6biTb
Ha3Ha4YeH aHanmM3 YpOBHEWM MIOKO3bl M MHCY/IMHA B KPOBM (O3HAKOMBTECH TakKe C pesynsrataMy M peKOMeHOaumsMn B
paspene «CaxapHbii opabeT 2-ro Tuna» AaHHOro oTyeTa). Mpr MHTEHCUBHBIX GU3NYECKMX Harpy3Kax peKoMeHayeTcs
KOHTPONMPOBAaTb MYSbC, TaKXKe 0BpaTUTE BHUMaHWE Ha pe3y/bTaThl pasgenoB «ApTepuarnbHas rmrnepTeH3us» (npm
MOBbILLEHHOM pUCKE PEKOMEHOYETCS CHU3UTb MHTEHCUBHOCTb TPEHMPOBOK, MOMYT ObITb TakXXe HasHa4eHbI

AOonoJsiHUTEeTbHbIe O6Cﬂe,D,OBaHVI$'-|) M «TpaBMbl rOfIOBbI».

PekoMeHpgauunmn

O6cnenyeMoMy pekoMeHAYTCs perynsipHble du3nyeckme Harpysky cpeoHen MHTEHCUBHOCTU OJINTENbHOCTBIO He MeHee
4 yacoB B Hegento. TpeHVpoBKa NPOACIXUTENbHOCTLIO 1,5 yaca aenseTcs npuemneMomn. MNpyn ManoakTBHOM obpase
XU3HW (cuasdas paboTa) yBenudsTe KONMMYECTBO TPEHWPOBOK, HanpuMep, 3 TPEHMPOBKM B HEOENO Mo 2 Yaca.
HenocpeacTBeHHbIN TUM U MHTEHCUMBHOCTb TPEHMPOBOK CriefyeT noadupaTb McXoast U3 NOTPeBHOCTH, CUMOBBIX,
CKOPOCTHbIX Ka4eCTB 1 BbIHOC/IMBOCTU (CM. COOTBETCTBYIOLWME pa3fesibl JAHHOrO OTYeTa) Nog, PYKOBOACTBOM TPeEHepa.
AKTMBHbBIN 06pa3 XWM3HK CNocobCTBYET bonee addEKTUBHOMY COPOCY /MLIHEro Beca. Takke obcriefyeMoMy xXenaTenbHO
6onblue aBuraTbcs B 6biTy. [15 6onee adpPeKTUBHOO CHIMKEHUS BECa PEKOMEHOOBAHO CHMKEHME OOLLEN KalTOPUMHOCTU
paLpoHa obcrienyeMoro 3a CHET OrpaHUYeHUst MOTPe6bIeHst XMPOB U YITIEBOAOB, @ TakKe BK/IIOUYEHME B €ro paLMoH
[OCTaTOUYHOIO KOJIMYECTBA MULLEBbLIX BO/TOKOH (PEKOMEHJaLMM OaHbl B COOTBETCTBYIOWEM pasaese noTpebuTensckom

BEPCUM OTYETA).



‘ [MnepTpodma Mmokapaa

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH MNonumopdunam FeHoTUn YacToTa Pesynbtat SddekT
MpenpacronoXeHHOCTb K YCUIEHHOM
ACE rs4646994 D/D 22% rMnepTPOodUM MUOKapAa NP GU3NUECKMX ®

Harpyskax

MNoHsATME «CcropTMBHOE cepaue» 6bino BBegeHo B 1899 r. C. XeHLWeHOM. XapaKTepHbiMY ero npuaHakaMm SBMsitoTCS
yBeNMYEeHMEe pasMepoB M OObEMOB MOMOCTeN cepaua (Aunaraums), rnepTpodmsi CTEHOK JIEBOMO XEeTyAouKa, YBeMyeHe
MaccCbl MMOKapAa MpU COXpPaHEeHWM CUCTONMYECKON U OMACTONUYECKOM GYHKUMM XenygodkoB, a TakKe BO3MOXHOe
yBenMYeHne obbemMa U MacCbl MpaBoOro Xenygodka. Takve WU3MEeHeHUsi pasBMBaloTCs npaktudeckn y 100%
npodeccroHanbHbIX CMOPTCMEHOB. Y CMOPTCMEHOB ONCLMIMIIMH C BblIpaXXEHHOW OMHAMUYECKON KOMIMOHEHTOM B OCHOBHOM
MPOVICXOOUT 3KCLEHTpUYecKkass rmnepTpodus (yBenmyeHne obbeMOB KaMep U yMEpeHHOe YTOSWEHME CTEHOK cepaua),
npu CTaTU4YEeCKUX BMOAX CropTa Yale - KOHUEeHTpudeckas runeptpodus (yBesIMYEHWE TOJWMHbI CTEHOK J1IeBOro
Xenynouka 6e3 yBenimyeHus ero obbema).

Mpn couyeTaHMM OBGOVX BMOOB Harpy3oK pasBMBaeTCs CMellaHHas rmnepTpodus neBoro xenygouka. B 1938 r. I O.
JlaHrom 6bin  BblAeNeHbl 2  BapuaHTa «CMOPTMBHOIO cepdua»: $uanonormdeckmn u naronorndeckun. KK
$U3NONOrMYecKoro «CropTUBHOMO cepAua» XapaKTepusyeTcsi YMEPEHHOW CUHYCOBOW ©OpaguapUTMUEN, YOJIMHEHHbIM
VMHTepBanoM PQ, yBenunyeHneM BbiCOTbl T-3ybLa OO % BbIcOTbl 3ybua R 1 cMelleHneM mHTepsana ST Ha 1-2 MM Bblwe
M3OMMHUM; MPU MOHWUTOPUHIE Takoro cepdua AO/MKHa OTCYTCTBOBaTb OTpuLaTeNbHas AvHaMuKa. MosiBneHne npusHakos
MUOKapANOONCTPODUN,  «TUFAHTCKMX» T-3yOLIOB WM BbIpaXEHHOM Taxu- W 6pagvapuUTMUM FOBOPUT O MaTosiorm
«CrnopTMBHOro  cepgua».  DU3MONMOrMYEeCcKoe  «CrOPTMBHOE — Cepaue»  COoYeTaeT  MakKCMMarnbHO  DKOHOMHOe
PYHKUMOHMPOBaHME B MOKOE C BO3MOXHOCTbIO [OOCTWKEHWSI MaKCUMMasilbHO BbICOKOM MPOW3BOOUTENbHOCTU  MpU
Pusnyeckon Harpyske, npm aToOM Hanborbluee 3Ha4YeHVe UMeeT AuaTauLms Xenyno4vkoB. TO eCTb, «CrOpTUBHOE cepaLie»
MOXET cuMTaTbCs apanTaumen K MOCTOSHHbIM GU3MYECKUM HarpyskaM. KvHuyeckas cuMnToMaTyka (6oneBon CMHOPOM,
MOBbILUEHHAs! YTOM/IIEMOCTb, CUHKOMasTbHbIE M MPECKHKOMasbHble COCTOSHUSA) MPY 9TOM OTCYTCTBYET.

«CropTvBHOE Ceppaue» HeobxoouMo auddepeHUMpoBaTb OT  Opyrux (MaTolorMyeckmx) M3MEeHEeHWr, HarnpuMmep,
rMnepTpodUUEecKor KapaMoMMOMaTUKM, KOTOpasi MPeUMYLLECTBEHHO OOYyC/IOBfIeHa MyTauMsMM B reHax TsKesioM Lenwm
MWO3MHa, TPOMOHMHa T, MMO3MH-CBA3bIBatOLWEro 6enka C 1 TporoMmosmHa. PoOpMUPOBaHME e «CMOPTMBHOMO CepALa»
(rMnepTpodus NEBOro XeTyaouKka) TOXKE MMeeT reHETUYECKYIO KOMMOHEHTY U MeXVHAVBUAYaNbHYIO BapuabesibHOCTb, HO
B 3TOW CB3M Hambornee 3HauuMble pe3yrnbTaTbhl MOofydYeHbl AN NonvMopdM3Ma reHa aHrMoTeH3WHMpeBpaLlatoLLero
depmeHTa (ACE) peHMH-aHMMOTEH3MH-aNbOOCTEPOHOBOM CUCTEMbI. BaXKHOM OTIMUUTENbHOM OCOBEHHOCTBIO CMOPTUBHOM
rmnepTpodmm MmMokapaa SBnseTcs ee 0b6paTMOCTb Nocne NpekpaLleHnst TPEHUPOBOK.

NccnepyeMble reHbl

ACE

KoaovpyeT aHMMoTeHsMHMNpeBpallalowmin depMeHT (AMd) CeBssaH C TWUMOM adanTauMm CepaeYHO-COCYOMCTON

- UMPKYVPYIOWWMMA BO BHEK/IETOYHOM MpPOCTPaHCTBe
6enoK, KOTOpbIA WrpaeT BaXHYO PpoOSib B perynsumm
KpPOBAHOrO  OaBneHus U GanaHca  3/1eKTPOSIUTOB,
KaTanmMsmpyeT pacllernsieHne HeakTMBHOIMO aHrMoTeH3MHa
| 0O aKTMBHOro aHruoTeHsumHa Il, cTuMmynupytowero
CY>)KeHVe COCYAOB W YBE/IMYEHME CUMHTE3a aNlbAoCTepOHa.
leH aKcrpeccpyeTcss B MaKCUMaslbHOM  CTEerneHu B
KULIEYHUKE, TakKXe B JIerkMx, MeHblle - B SAUYKaXx,
MOMKENyOOYHOM XXenese, Noykax v ap.

CUCTEMbI K OrpeaenieHHoMy TUny GU3NYEecKor Harpyskm
M pasBUTMEM TUMEPTPOPUUECKOM KapaMoMMornaTim U
apTepuanbHon rynepTeHsun. OJeneuns (D) B 3TOM reHe
CBsi3aHa C apanTauver cepaeyHO-COCYaMCTON CUCTEMbI K
Harpyskam Ha cuny U B TO XXE BPEMSI — C MOBbILUEHHbIM
PUCKOM  pasBUTUS  apTEPUaZTIBHOM  TUMEPTEH3UM U
YCUNEHHON runepTpoduer Muokapda npu  3aHsATUSIX
CropTOM.



3akJioueHue

FeHeTUYECKUIA aHanm3 BbiSBUT Y O6CIIEAyEMOro BbICOKUIN PUCK Pas3BUTUA rMNepTpodun MUOKapaa.

ObcnegoBaHUS

O6cnenyeMoMy BaXHO MpoxoauTb nepuoamyeckoe (1 pa3 B 2-3 Mecsua 1im valle) kapavorpaduyeckoe obcrnenoBaHme m
Y3W (npwn HeobxoommocTu — KT nnm MPT) cepaua, OCOBEHHO MY MHTEHCUBHBIX 3aHATUSIX CMOPTOM (/15
npodeccroHabHbIX CMOPTCMEHOB 06CIeA0BaHMS NPOBOASATCS He pexe 4 pa3 B rof). MNpy HapyweHnn GyHKLUMA cepaua m
MOSIBNIEHUM CUMIMTOMOB, CBSI3aHHbIX C €ro rneperpyskomn, obc/iefyeMoMy MokasaHo MpeKkpaTUTb TPEHUPOBKM 0O
HopManuaaumy napameTpoB 3KI. Takke peKoMeHOOBaH KOHTPOSb apTeEPUaIbHOro OaBfeHUst (O3HaKOMBTECh C
pesynsrataMm U peKoMeHOaUMsMU pasaerna «ApTepuanbHas MnepTeH3Ms» JAaHHOrO OTYeTa).

PekoMeHgaumm rno npodunakTrke

Mpw rnepTpodun MMoKapaa No TUMY «CropTUBHOMO cepALa» BO3MOXHO HasHadeHue npenapatos ATO n/vnm
KpeatuHdocdaTa*. s ycuneHns MeTabonmyeckmx npoLeCcCoB B MMOKapae BO3MOXHO Ha3Ha4YeHe NMNoeBOnN KUCIOTbI*.
[Nns yMeHbLUeHUs HaKOMNEeHWs SlakTaTa B KapOMOMUOLIMTaxX BO3MOXHO HasHa4YeHre npernapaToB Kokapbokcunasbl*. Takke
[OMONHUTENBHO L1 YCUNEHUSI SHEPreTUYECKOro obMeHa BO3MOXHO HasHavyeHue L-KapHUTUHa, 4Ns yy4dLweHus
TKaHeBOro ObIXaHusi — npenapaTtoB uuToxpoma C 1 koaH3uma Q10*. MNpu BbipaXXeHHOM rMnepTpodun 1 NpusHakax
OMCOYHKLMM MMOKapaa B Cllydae OCTPOM HEOOXOOMMOCTU BO3MOXHO Ha3HavyeHne 6eTa-agpeHob1oKaTopoB
(MpoTmBOMNoOKasaHbl Mpy 6pagukapaumn!), HO cnedyeT y4eCTb, UTO OHM BXOOSAT B MepeyveHb npernapaTos, 3arnpeLLeHHbIX
BALA (He cnefnyeT HasHayaTb MX NpodeccuoHanbHbIM CropTCMeHaM). [1ns nogaep>XXaHns HOPMarbHOro
PYHKLMOHMPOBaHWSA cepaLa obcnenyeMoMy BaKHO MosyyaTb C MULLEN AOCTAaTOYHOE KOIMYECTBO Kanus (O3HAKOMBTECH C
pesynsrataMm U pekoMeHaaUumsMu pasgena «Kanum» noTpeduTenbCkom BEpCU OTYETa) U MarHUs, BO3MOXEH UX
[OMOMHUTENbHBIA NMpUEM*.



TpaBMaTMuecKas aHUedanonaTus

Pe3yn bTaT reHeTnu4eCkoro aHasim3a

leH MNMonumopdunam MeHoTn YacToTa PesynbTtaT SddekT
HopMarbHasi CKOPOCTb BOCCTaHOB/EHMS
APOE rs429358, rs7412 E3/E3 65% nocre TpaBM rosioBbl, PUCK OCIOXHEHMIA @® @

CHVXXEeH

CoTpsiceHuns ronoeHoro Mosra (S06.0 no MKB-10) u TpaBMaTuyeckasa aHuedanonatnsa (T3) (MnM NMOCTKOMMOLMOHHbIM
cnHopoM, FO7.2 no MKB-10), KOTOpbI MOXeT MOC/IeA0BaTb 3a COTPSICEHMEM, SBNSIOTCS BaXKHOW KaK MeayKO-COLMaribHOM
npobnemMon, TaKk W OOHUM U3 Hauonee CepbE3HbIX MPOBMeM CropTMBHOM MeauumHbl. ExerogHo TpaBMaTudeckue
MNOBpeXAeHWsa rofIoBHOrO Mo3ra nonydaet 50-50 MnH yenosek, uin 295 yenosek Ha 100000 HaceneHus nnaHeTbl, U No
oueHkaM - nouTth 50% HaceneHus 3eMnM B TeYEHUE XUSHW.

T3 npepcTaensieT cobor psif, HEBPONOTMYECKUX U MCUXONOTUYECKUX HapyLeHWHM, OBYCOBMEHHbIX AereHepaTVBHbIMU,
OUCTpodUYECKNMU, aTPOPUYECKUMU U PYOLIOBBIMU M3MEHEHMSIMW MO3MOBOM TKaHW, KOTOPbIE BO3HUKAIOT B pe3ynsraTte U B
TeyeHre HeKOTOPOro BpeMeHM Mocsie TpaBMbl FOfoBbl. B HauyanbHOM OCTPOM Mepuode nocre TpaBMbl MOfioBbl Hanbonee
3HaYMMbl BO3HMKalOWME HapyLIeHWs KPOBOTOKa WM 3aHepreTuyeckoro GanaHca MoO3ra, OKCMAATWMBHBbIM CTpecc, B Gonee
no3gHVe nepuodbl Hanbornee CylWweCTBEHHbIN BKIaA, B MaTOreHe3 MOryT BHOCUTb JIOKasibHble UMM OTOAsIEHHbIE OT MecTa
MOPaXeHWst OeCTPYKTUBHO-AUCTPOPUYECKME U penapaTUBHO-AereHepaTyiBHble npouecchl. Cepbe3HbiIMU NMOCNeacTBUSIMA
TpaBM roOfioBbl MOryT ObiTb BereTaTBHO-OUCTOHWMYECKUM CUMHOPOM, CUHAOPOM  JIMKBOPO-OMHAMUYECKUX HapyLUEHWH,
aCTeHUYeCKU CUHAPOM, MOCT TpaBMaTHUyeckas rmgpouedanvs, LepebpasibHO-04aroBbii CUHAPOM, TakKe YacTo BblaensoT
MOT TPaBHaMNYECKUIM 3MUNENTUYECKUIA CUHOPOM.

MonrMopdmaMbl B HEKOTOPbIX MEeHax CBA3aHbl C UBMEHEHWMEM CKOPOCTM MeTabonmaMma ankorons OO aueTanbiervaa, Yto
MOXET MPUBECTU K TOKCUYECKOMY MOPAXKEHMIO MeYeHU U PasBUTUIO OHKOMOMMYECKMX 3a60NeBaHUN.

NccnenyeMble reHbol

APOE

KoouvpyeT anonunonpoTtemH E, Bxogswmi B COCTaB
XUNOMUKPOHOB W JIMMOMPOTENHOB  OY€Hb  HU3KOM

CUSIbHEE BbIPaXEH Yy OeTell U CHWXKAEeTCs C BO3PacToM,
Mpy TOM YTO ANS MOXMWIbIX JIIOOeN XapakTepHa 6osibluas

MAOTHOCTM. MaKCKMarnbHas 3KCrpeccus 3TOro  reHa
HabmogaeTca B MeYeHW, Takke - B MOYKax,
HaOMOYeYHMKaX, >XMPOBOM TKaHW, CeNe3EHKe, Moare.
Benok yuactByeT B OOMeHe J/MNWOOB B KPOBU U
xornecrepuHa B Mosre. Hanbonee uacto wmccnepytoT 2
nonMMopduaMa, codeTaHe KOTopbix obycraenmeBaeT 3
dopmbl 6enka: E2, E3 (Hopma) n E4. Bapvant E4 no
OaHHbIM  psida  WUCCNEedOBaHWA CBSI3aH C  MOBbILLEHHbIM
PUICKOM OCITOXXHEHWUI U 3aTPyOHEHHbIM BOCCTaHOB/IEHVEM
Mpw TPaBMax rofioBbl (UTO MHTEPECHO, 3TOT addeKT

TSDKECTb OCNIOXHEHUM 1 6onee TpyaHOe BOCCTaHOBIEHME
B nMpuvHUMne). KpoMe Toro, MMerTCsa OaHHble O TOM, YTO
covyeTaHne HocutenoctBa APOE4 ¢  Hannumem B
aHaMHe3e TpaBM rOfIOBbl MOXET YCUIIMBaTb CBSI3aHHbIN C
3TUM BapWaHTOM PUCK pasBuUTUs 6onesHn AnbLremMepa.
YactoTta aTtoro BapuaHTa BapbupyeT oT 10 go 20% B
3aBMCMMOCTU OT MOMYSISALMA.



3akJioueHue

FeHeTUYECKUI aHanmM3 He BbisBUN Yy obcrelyeMoro ¢hakTopoB pycka NMpu TpaBMaTUYeCcKon aHLedanonatum. Puck
MOBbILLEHHOW TSXXECTU COTPSICEHUI NMPU yAapax rorioBbl HE BbISBIEH.

ObcnegoBaHUSA

HecMOoTps Ha TO UTO Y 06CNeyeMoro He BbISBIIEHO MrEHETUYECKUX PUCKOB, CBSA3aHHbIX C TSXKECTbIO COTPSICEHUIA MO3ra U
TpaBMaTUYeckol aHLedanonaTmen, eMy He CTOUT NpeHebperaTb NepuoanYeckMm MpohUIaKTUUYECKUMA
obcrneqoBaHUAMU (3N1eKTpoaHLedanorpaMma, nmnuagorpamMmma v ap.). Mpu HamrMumMM NokKasaHUin He UCKITKYEHO
HasHayeHVe NPOdUNaKTUYECKON WK AnarHoCTUYecko MPT*, [MNpu TpaBMaXx rofioBbl peKOMeHOyeTCsl Takke
KOHTPOJSIMPOBAaTb BHYTpUYEPENHOE AaBMeHMe HEMHBa3VBHBIMU METOdaMU*,

PekoMeHgaumm rno npodunakTmke

Ob6cnenyeMoMy xenaTesibHO NoTpebNsaTb AOCTaTOMHOE KONMMYECTBO oMera-3 A5l BOCMOMHEHNS] CYTOUYHOM HOPMbI
(cooTBeTCTBYIOWME PEKOMEHAALMM OaHbl B pasgene «OMera-3» noTpebutenbckon Bepcuy otyeTa). Mpn 3aHATUAX
TpaBMaTUYHbIMKW BUOAMU COPTa HEOBXOAMMO 3alMLLaTb FOMIoBY OT TPaBM (TPEHMPOBATLCS B LWIEME C CObMoaeHNeM
TEXHUKM 6e30MacHOCTM) Aaxe npu 6raronpusTHOM reHoTune. MNpy TpaBMax ros1oBbl BO3MOXEH MPUEM MaHHUTA
(MaHHWTOMA) WM OPYrvX NOAXOOSWMX OCMOTUYECKMX ANYPETUKOBY. Takke BO3MOXHO HasHauYeHue HelpornpoTEKTOPOB,
HOOTPONMHbIX, MENTUAEPrNYECKNX, aMUHOKUCITOTHbIX, Ba30aKTUBHbIX, PEOMNO3UTUBHbIX NpernapaToB, BEreTOTPOrHbIX U
AHTUMMCTaMUHHbBIX CPeacTB (MpY HEOBXOAMMOCTU MPY OTCYTCTBUM MPOTUBOMOKa3aHWUM)*. AHanbreTUKW, cenaTmBHbe U
CHOTBOPHbIE CPeACTBa NMpW TPaBMaTUYECKOM 3HLedanonaThm HasHa4atoT Mo NnokasaHusM*. NMoM1MO 3TOro, Npm TpaBMax
rofoBbl PEKOMEHIYETCS MPUEM aHTUOKCUMOAHTOB M BUTaMMHOB rpynrbl B (O3HaKOMBTECh TakKe C COOTBETCTBYOLWMMM
pasfenaMy JaHHOro OTYeTa), a Takke MOXET ObITb BnaronpusTHa KeTOreHHast meTa (Mpy OTCyTCTBUM
MPOTUBOMOKa3aHWI), OOHaKO NPy 3TOM HEOBXOOUM CTPOrvM KOHTPOSTb CrieumanmcTa*.



CBoOUCTBa coegHUTENIbHOU TKaHU

CoemuHUTeNbHas TKaHb — 3TO rpyrnrna TKaHeW B OpraHM3Me, OCHOBHbIMU QYHKLIMSIMA
KOTOpbIX SBMSETCA rnoanepXaHue ¢opMbl  Tena, obecrneyeHne  CTPyKTYpHOM
LIe/TOCTHOCTW OpraHoB, 3aracaHue U TPaHCMOPT NUTaTesbHbIX BelwecTB. K 3TUM TKaHAM
OTHOCHATCS XpsILLEBast, XMPOBas M KOCTHas TKaHW, a Takke KpoBb U NnMda.

COGD,VIHVITe}'IbHaﬂ TKaHb rnpencraB/ieHa No4YTm BO BCeEX OpraHax, o6pa3y;| 3HaYUTENbHYIO
YaCTb KOXM, CBSA3OK, CYXOXWIMA, KPOBEHOCHbIX COCYOOB, MbIWL, M MapofdoHTa. OHa
COCTOUT [NaBHbIM 0OpPa3oOM U3 KIETOK U  MexXKNnetouyHoro Matpukca (MKM),
3aMoJIHAOWEro NPOMEeXyTKM Mexay Humy. MKM npeactaBnsieT cobow TpexMepHyto
CeTb BHEK/IETOYHbIX MaKPOMOJIEKY/S], TakKUX Kak GMOpO3Hble Gesflku (3/1acTudeckme um
KO/MareHoBble BOJIOKHA), [IMKOMPOTEMHbI W MPOTEOIMKaHbl, W obecneyrBaeT
CTPYKTYPHYIO 1 BUOXMMUYECKYHO MOLAEPXKKY OKPY>KAOLWMX TKaHEN.

M3BecTHO 6onee 200 HacneacTBeHHbIX 3ab0NeBaHUM COeOMHUTENIbHOW TKaHW. YacTb
M3 HUX CBSI3aHa C MyTaLUMsSIMM B reHax, koavpytowmx 6ernkm MKM, koTopble MpuBoasaT K
M3MEHEHUSIM CBOWCTB M QYHKLIMM PasfINYHbIX CTPYKTYP B OpraH13Me: HarmpuMep, BNVSoT
Ha 31aCTUYHOCTb KOXW, CBA30K N KPOBEHOCHbBIX COCYOOB.

15 Kon o6cnemyemoro WOTEST3



PaspyLleHne
MeXKJIeTOUHOIo MaTpuKCa

Pesyn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdusm MeHoTUn YacToTa PesynbTtaT IClololTg g

npeﬂ,paCI'IOJ'IO)KeHHOCTb K MOBbILIEHHOM @ e

O,
MMPT rs1799750 G/G 26% npoayKumu KonnareHasol MMP1

MaTpuKCHble MeTanionpoTeasbl - 3TO CEMEMNCTBO LMHK-33BUCUMbIX MPOTEONUTUYECKUX (GEPMEHTOB, SBMSIOLLMXCS
KIIOUYEBBIMY  PETY/ISTOPaMU  PEMOLENTMPOBaHUS U Oerpafjaliv KOMMOHEHTOB MeXKeTo4Horo Matpukca (MKM). 3tum
dbepMeHTbl paspyLlaloT KOSareH, MpoTeorvKaHbl M HEKOTOpbIe ApYyriMe COoeamHeHWs.. MaTpuKcHble MeTaronpoTeasbl
UrpaloT KTIOYEBYIO POSb B MEXK/IETOUHbIX B3aMMOLENCTBIMSX, MPOLIeCcax anonTosa, nponvdepaummn 1 guddepeHumaLmm
KIETOK.

CBoeBpeMeHHasa aerpapaumss MKM HeobxoayMa /1 BOCCTaHOBMEHWS M OOHOBMEHUS TkaHel. OpHako HapylleHue
perynsumm  paboTbl  MaTPUKCHbIX MeTasyionpoTeas MOXEeT CrocobCTBOBaTb  PasBUTUIO  MEPUOOOHTUTa, apTpuTa,
aTepockneposa U Apyrix 3aboneBaHu. YBenmieHe akTUBHOCTM KOSIareHas B KOXEe MOXET MPUBECTU K CHUXKEHUIO ee
YAPYroCTU U MPOYHOCTH, YCKOPEHHOMY CTaPEHMIO KOXM.

NccnepyeMble reHbl

MMP1

feH MMP1 - kogouvpyeT BHYTPUTKaHEBYIO KosilareHasy, BO3OENCTBMEM Y®-usny4yeHms, onpeaeneHHbIX
paspyLaoLyto dnbpunnispHbii konnareH |, Il n il Tuna n XUMUYECKMX U BOCMaNUTEsIbHbIX areHTOoB, a Takke Mpu
HekoTopble Apyrve 6enkM MeXKIeTOYHOro MaTpuKca. BO3PaCTHbIX U3MEHEHWSIX. OnpepeneHHble
3TOT GEpPMEHT UrpaeT BaXHEWLYO posib B MOAAEPXKaHNM nonmmopdmambl MMPT  cBsI3aHbl CO CKJTOHHOCTbIO K
romeoctaza MKM KoOXMW, a TakKKe sBNseTCs OCHOBHOM MEPUOAOHTUTY, @ TakkKe C MOBbILEHHON CKOPOCTbIO
MeTa/I/IonpoTeason B TKaHsX nepuopdoHTa. B koxxe MMP1 nM3nca KomnjareHa OepMbl, YTO MOXeT Crnocob6CTBOBaTb
cuHTesnpyeTcs  dmMbpobractaMm U KepaTUHOLIMTaMMU. CHWKEHWMIO YMNPYroCcT U MIOTHOCTU KOXM, MOSIBNEHUIO
Mpoaykums MMP1 B KOXe MOXET yBeNMYMBaTbCS MoL, MOPLUMH.

3aksoyeHue

FeHeTUYeCcKUn aHanmM3 nokasars, YTo obcreayeMmbiv NPeapacrnonoXeH K MOBbILLEHHOM NPOAYKLMM KOnlareHasbl, YTo
MOXET MPUBECTU K CHUXEHWMIO YMNPYrOCTM 1 MIOTHOCTM KOXM. Takxke MOBbILLEH PUCK PasBUTUS MEPUOLOHTUTA.



ObcnegoBaHUS

Ob6cnenyeMoMy peKoMeHAyeTCsl MepUoANYEeCcKM COaBaTb OBLME aHaIM3bl KPOBU 1 MOYM, aHaIM3bl Ha TEMKOLMTapPHYIO
$opmyny n CO3. Takke xenaresnbHbl aHa/IM3bl Ha YPOBHU MOKO3bI, BUTaMuHa C, C-peakTmBHOro 6enka n dmbpmHoreHa B
KpoBu*. [JOMONHUTENbHO PEKOMEHAYIOTCH perynsipHble NpoduiakTuyeckme oCMOTpbl Y CTOMaTosora.

PekoMeHOaLUmMm no npodunakTmke

[ns nopoepXXaHUs MexaHUYeCKMX CBOMCTB KOXW 06CreayeMOMy BaKHO OTKa3aTbCsi OT KYPEHMUS M MO BO3MOXHOCTU
mnsberatb BO3AEMCTBUIN TOKCUUHbBIX COeAMHEHWM OKpYXXaloLLlen cpeabl. Takke obcrneayeMoMy BaXHO OrpaHNUMBaTb BPeEMS
Npe6blBaHWSi HA COMHLIE B rMepuoabl HaMbOosbLUEN UHTEHCUBHOCTU YD-UsnydeHns. PekoMeHayeTcs UCronb3oBaHMe
CONMHLIE3ALMTHBIX KPEMOB, MPUYEM JTydlle CoveTaTb MX C APYrMMM MeTOAaMM 3alumTbl OT yrsTpaduorneTa (Hanpumep,
HOCUTb LWISANY C WUPOKMMU MonsiMu). [MNpu Bolbope KpeMa criegyeT obpaTuTb BHUMaHWE Ha COMHLE3aLUMTHDBIN dakTop
cpepncTBa, SPF, o603Ha4atolWwmii cTeneHb ero 3amTbl oT YPB-nyyen. Takke obcrenyeMoMy peKkoMeHAyeTCs yrioTpebnsTs
B MULLY NMPOAYKTbI, 6oraTble aHTHUOKCUMOaAHTaMu: BUTaMuHaMu C 1 E, 6eTa-kapoTUHOM, nonudeHonaMmmn. BoaMoxHo
yrnoTpebneHuve ButammHoB C 1 E B BUae 61Mo0006aBoK, HO TOMbKO MPW OTCYTCTBUM MPOTUMBOMOKa3aHW (CM. pasgen
«MeTabonmsmM xenesa» AaHHOrO OTYETA) M MO COITIACOBaHMIO CO CreLManmMcToM*. XKenatebHO UCMONb3oBaHME
KOCMETUYECKMX NMpenapaToB MECTHOrO AeMCTBUS (HanpyMep, KPEMOB A1l YXOAA 3a KOXEWN), COAepXalUmx peTuHouabl 1
Opyrye aHTUOKCMOaHTbI, anbda- 1 6eTa-rmapoKCUKUCIIOTbI UM KUHETUH. 15 NpodunakTyKM NepuogoHTUTa cnenyeT
NoAfepXMBaTb MrMeHy POTOBOM MOMOCTU (YMCTUTL 3y6bl ABXKAbI B A€Hb, MO MEHbLUEN Mepe MO 2 MUHYTbI), XenaTesbHbl
perynsipHble NpodeccroHasibHble YMCTKMU Yy CTOMaTOsora, OrpaHUYeHNe COAEPXKaHUS MPOCTbIX YITEBOAOB B paLMoHe. Mpwu
HanM4MM 3aboneBaHUIN POTOBOW MOSIOCTU MpaBWa yXoaa MoryT 6biTb OPYrvMU.



KonnareH

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm  eHoTUN YacToTa PesynbTtaT SddekT

COL1AT rs1800012 G/G 66.6% MpenpacrnonoXeHHOCTb K MpoayKLMK ® @

KonnareHa ¢ HopManbHOM CTPYKTYpOW

KonnareHbl - 3TO CeMENCTBO CTPYKTYPHbIX 6€/1KOB, COCTaBMSIOLMX OCHOBY COEOVHUTENIbHOM TKaHW M 0BecrneymBaloLLmx
ee CTPYKTYPHYIO U MexaHW4ecKyto nogdepkKy. KonnareHol GOpMUPYIOT XapakTepHble TPOMHbIe Crivipasnn, cocTosiwme u3
Tpex 6enKoBbiX Lienen, 1 obpasytoT HagMOMeKy/sipHble CTPYKTYpPbl MEXKIeTOUYHOro matpukca. CyuectsyeT 28 TUMNoB
KOnnareHa, Kotopble koampytoTcst 6onee yem 40 reHamy. OCHOBHbIM TUMOM SIBNISIETCS KornareH |, coctaBnsitowmn 6onee
90% OpraHMYeckom Maccbl KOCTeM W MNpeobrafalowmini B KOXE, CYyXOXMUIUSX, CBA3KaX M porosule. WM3BecTHbI
MonmMMopduaMbl B reHaX, KOAMPYIOWMX Lienn B cocTaBe KosareHa | Tvna, KOTopble MOBbIWAOT BEPOSTHOCTb PasBUTUS
ocTeoropo3sa.

B Poccun kaxpasi TpeTbsl XKEHWMHA U KaXObl YeTBEPTbIA MyX4MHa B Bo3pacTe 50 neT m craplle MMeeT HU3KYHO
MWHEparnbHYO MIOTHOCTb KOCTY, COOTBETCTBYIOWYIO [AaHHOMY 3aboneBaHuto. dakTopamMu pucka LIS pasBUTUS
OCTEOonopo3a ABNSOTCA NMPUHAIEXHOCTb K €BPOMNEOMAHON pace, MPUHAO/IEXHOCTb K XXEHCKOMY MOosy, CTapLluMiA BO3PacT,
paHHsSIE MeHornay3a Y >XeHWwuH. OCTeonopos MOXHO MPedoTBPaTUTb C MOMOLBIO PaHHEW AMarHOCTWKW, CBOEBPEMEHHOM
NPOOUNAKTUKN U NEYEHUS.

NccnepyeMble reHbl

COL1A1

KoovpyeT 6enkosyio LUenb al, BXOAsLWYlO B COCTaB HapYLUEHWMIO COOTHOLWEHMS Mexay 6enKoBbIMM LiensMu B
konnareHa |. TponHaa cnvpanb konnareHa | coctouT u3 coctaBe konnareHa | Tlpogykumsa  konnareHa C
noByx al uemer m opgHon a2 uenu. OnpeperneHHble HapYLIEHHON CTPYKTYpPOWM SIBNSIeTCS OOHWM U3 (aKTOPOB,
nonmMMopduaMbl B 3TOM FeHe CBf3aHbl C MOBblLLEHVEM MOBbILLAIOLIMX BEPOSTHOCTb Pa3BNTUSI OCTEONOPO3a.

npoaykumMn a-uenum KonnareHa, YTo npuBogUT K

3aknueHue

FeHeTUYeCKUA aHaImM3 NokKasasl, YTO OpraHM3M obcedyeMoro NpeapacrioNnioXeH K MpodyKUMKM KosiareHa ¢ HopMarbHOM
CTPYKTYPOW. PUCK pasBUTWS OCTEONOPO3a Mo OaHHOMY MEXaHM3MY He MOBbILLEH.



ObcnegoBaHUS

O6cnenyeMoMy XenaTesibHO NepUoanYeckn caaBaTh ObLUME aHanM3bl KPOBM M MOYK, aHa/IU3bl Ha YPOBHU 25-
rMOpoKcuKanbLmbepona, MarHus, pochopa U KarbLms B CbIBOPOTKE, a TakKe Ha YPOBHW MOJIOBbIX FOPMOHOBY. JTtoasM
MOXMNOro BO3PacTa, OCOOEHHO XEHLUMHAM, PEKOMEHAYETCS MEPUOANYECKM MPOXOOUTb AEHCUTOMETPUYECKOe
vccrnenoBaHue Anist orpenenerHmst MUHepanbHOM MIOTHOCTU KOCTHOM TKaHW.

PekoMeHOaLmMmM No npopuiakTmke

HecMoTpsi Ha 6MaronpUsITHbIN FreHOTUIM, ObcnenyeMoMy XenaTerlbHO cCobntoaTh Mepbl A1 MOAAEPXaHWS CTPYKTYpPbI
KOCTHOW TKaHW. EMy pekoMeHayeTCcsl MO BO3MOXHOCTW CHN3UTb BO3AENCTBME Ha OPraHM3M KaHLIePOreHHbIX areHTOB,
OrpaHUYUTb KypeHue 1 ynoTpebneHune ankorons. Kpome Toro, HexxenarenbHO 3/10ynoTpebnerHme kode npm ycrnosmm
HW3KOW CKOPOCTU paboTbl GEPMEHTOB, METAbONM3MPYIOLLMX KobeurH (cM. pasgen «MeTabonmam KoberHa» AaHHOro
oTtyeTa). ObcrnenyeMoMy XernaTenbHO NPUAePXMBATHCSH Pa3HOOBPA3HOMO paLMoHa C JOCTaTOMHO BOSbLMM KOIMYECTBOM
oBoLeln, GPYKTOB U LieSIbHO3EPHOBbIX MPOAYKTOB, a TakXe NOAAepXMBaTb HOPMaribHbI BeC. BnaronpustHa perynsipHas
Pu3nyeckas akTUBHOCTb YMEPEHHON MHTEHCMBHOCTM (COOTBETCTBYIOWME PeKOMeHAALMM NpeACcTaBneHbl B pasgenax
«Dusmyeckast akTMBHOCTb [O/151 CHUXXEHUS BeCay N «Duanyeckas akTUBHOCTb A1 MOAAEPXKaHUS 300POBbs»
MOTPEeBUTENBCKON BEPCUM OTUETA).



‘ nacTtuH

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTMN YacToTa PesynbtaT AdPexT

ELN rs7787362 C/C 30’4% Bblpa)KeHHaﬂ npenpacrnosioXXeHHOCTb K @ e

HapyLWeHHOM MpoayKLMK 3r1acTiHa

DUEPUNNSPHBIA  6eMOK 3M1aCTUH - 3TO OCHOBHOW KOMIMOHEHT 3/1aCTUYECKUX BOJTOKOH, KOTOpble oOb6ecrevmBaoT
PacTsSXKMMOCTb U YMNPYrocTb COEOUHUTENIbHOM TKaHW. TakkKe 371acTWH UrpaeT porib B KIETOYHOM apresuu, Murpaumm u
rnepepaye CUrHanoB Mexgy kKneTkamu. [NonmMopdunaMbl B reHe 351acTvHa CBsi3aHbl C PSAOM HapyLLEHWM COeaVHUTENbHOM
TKaHW, BKIIOYas MosiBeHWEe CTpui (pacTskek). B ydacTkax KOXK, MoaBepXXeHHbIX PacTsiKkaM, MPOMCXOOUT MoTepst U
HapyLUeHWe CTPYKTYpbl KOSIJTAareHOBbIX M 3/1aCTUYECKMUX BOITIOKOH M UCTOHUYEHME KOXMU.

B HauanbHOW CTaguu CTpUM MPOSIBNSIOTCS Kak KpacHble MOSochl Ha KOXe, MOCTEMEHHO OHW MpPUOBPeTaloT GUOMETOBDLIN
LiBeT, a 3aTeM bnefHetoT. Hanbonee 4acTo OHM MOSIBASIOTCS Ha XUBOTE, Sroavuax, 6eapax v rpyau.

OuEeHKM pacnpoCTpaHEeHHOCTN CcTpui  konebnotca oT 50 go 80%. B o6pasoBaHWe CTpUIA BHOCAT BKIaL, Kak
reHeTUYeckne OCOBEHHOCTU YerioBeKa, TakK W BAUsiHME cpefbl. BeposTHOCTb BO3HWMKHOBEHWSI CTPWIA MOBbILLAETCS MpwU
6epeMeHHOCTI, B MOOPOCTKOBOM BO3PacTe, MpU OXUPEHWK, pe3koM Habope Beca, CaxapHOM AvabeTe, ropMoHanbHbIX
HapylweHusx (Harpumep, cnHgpome KywmHra). Crpum valle BO3HUKAOT Y Jilogen ¢ 6onee TEMHOM Koxen. Takke CTpum
6bonee XapaKTepHbl ONS XeHLWWH, YeM Ong My>XUYnH. B xone 6epeMeHHOCTVI CTpUM Yalle BO3HUKAKOT Y MONOObIX XXEeHLNH,
UeM Yy XeHLWu H 6oree cTapLlero Bo3pacTa.

Crpuyn pepko MpMBOOST K KakMM-NMOO Ccepbe3HbiM MeaMUMHCKMM MpobnemaM, CKopee 3TO KOCMeTUdeckur aedekT.
CyllecTByeT MHOro METOAOB JIEYEHUS CTPUIN, OOHAKO MX 3PPEKTUBHOCTb HE C/TULLKOM BbICOKA.

NccnepyeMble reHbl

ELN

KoovpyeT 6enok  TPOMO3/acTWH,  MPeAecTBEHHWUK KPOBEHOCHbIX COCydax, JlIerkux, Koxe, 3/1acTU4eCckoM
HEepPacTBOPUMOro MOSIMMEpPa 3/1aCTUHA, KOTOPbIN SIBNSETCS Xpsille, CBA3Kax, MO4YEBOM My3bipe. OnpepeneHHble
OOHWM U3 OCHOBHbIX KOMIMOHEHTOB MEXK/IETOUHOro nonvMopduambl B reHe ELN cBsi3aHbl C HapyweHUsMM
MaTpuKca. 2nMacTWH MPUOAET TKaHAM 371acTUYMHOCTL U CTPYKTYPbl 1 GYHKLMIA ero 6eKoBOro npoaykTa.

YNpyrocTtb. Haunborbluee ero KonmM4yecrso COOEPXNTCA B

3aknueHue

FeHeTUYeCKUI aHanma rMokasarl, YTo NPOAYKLMS 3/1aCTVHa B OpraHnaMe obcrielyeMoro MOXeT GbiTb 3HaUUTENbHO
HapyLeHa. [MNoBblleH pUcK 06pPa3oBaHNA CTPUIA.



ObcnegoBaHUS

ObcnenyeMoMy BaXKHO MepuoaMyecky CaaBaTh OOLMe aHanmabl KPOBU U Mouu, aHanuabl Ha CO3, ypoBHM caxapa U
BUTaMMHa C B KpoBW (OCOBEHHO BaXKHO CrieamTb 3a YPOBHEM BUTaMMHa C BO BpeMsi 6epeMeHHOCTH), YPOBHU FOPMOHOB
(KOPTUKOCTEPOWOOB, MOMOBbLIX Y FOPMOHOB LUMTOBUAHOM Xenesbl). [Npy 06HapyXXeHUM pacTsKek XenaTeslbHO
npoBefieHVe KOMIMIEKCHOro obcnefoBaHns A1 BbISIBNIEHWS) LOMONMHUTESbHbIX MPUYMH UX BO3HUKHOBEHUST®.

PekoMeHOaLmMM Mo npopuiakTmke

[ns NpodUnakTUKN MOSIBNIEHUS CTPUIA 0BCnenyeMoMy BaXHO OrpaHUYUTb yroTpebrieHne ankorons, NUTb 6osblue Boapbl.
Takke pekoMeHayeTcs NoAAepPXXMBaTb MOCTOSIHHbIN BeC. PaLyoH oomkeH copepxaTb JOCTaTOMHOE KOMMYECTBO BUTaMMHA
C, BO3MOXHO €ro ynorpebtneHne B popme 61MoaobaBoK rMpm OTCYTCTBUM MPOTUBOMOKa3aHM (CM. pasgen «MeTabonmam
Xenesa» JaHHOro oT4yeTa) M MO COMTIacoBaHMIO CO crieumanmcTom*. ObcnenyeMoMy HexXernaTelbHO 3aHMMaTbCs
60ANBUNANHIOM (UTO MOXET MPUBECTU K MMNEPTPODUM MbILLLL), AeNaTb ornepaLmm No yBEUUYEHUIO rpyau U
[ONrOBPEMEHHO CUCTEMHO U MECTHO MCMOsIb30BaTb KOPTUKOCTepouabl. [11s NpefoTBpaLleHUs 1 NIeYeHnst CTpUI
obcrnenyeMbivi MOXET MUCMOMb30BaTb KPEMbI, COAEpPXaLLMe ManypoOHOBYIO KUCOTY, KPEMbl CliefyeT HaHOCUTb C MacCaXeM.
Takoke AN yMeHbLUEHWS MPOSIBNEHUS CTPUM 06CNeayeMbir MOXET VCTMONb30BaTh Jla3epHylo Tepanuio. dPdEKTUBHOCTb
3aBUCUT OT BMAa Npoueaypbl, CTagum CTPUM U TUMa KOXM. BO3MOXHbI MOBOYHble b deKTbl, MO3TOMY Takme npouenypbl
MPOBOASATCS CTPOro nof, HabntoaeHMeM crneLmanmcTa.



SCTpOreHbl

SCTporeHbl - 3TO Trpynna CTepouaHbIX FOPMOHOB, UMPaloLWLMX KIIOYEBYIO POSb B
GYHKUMOHMPOBAHMM  XKEHCKOM MONIOBOM  cUCTEMbl. OHW  YYacTBYIOT B perynsumm
MEHCTPYaflbHOroO LUMKIIa U CTUMYSIMPYIOT Mponindepaumtio  KIeTok 3HOOMETpUA U
HEKOTOPbIX APYrX TKAHEMN.

DCTPOreHbl UrpatoT posib B IMOPUOHANbHOM pasBUTUM 1M GOPMUPOBaHNM BTOPUYHbIX
MOMIOBbIX MPU3HAKOB MO >XEHCKOMY TUry BO BpPeMsi MOSIOBOrO CO3peBaHus. DT
FOPMOHbI OKa3blBalOT BMSIHME U Ha GUBMONIOMMIO MY>XXCKOIO OPraHn3Ma, XOTS Y MY>KUMH
YPOBEHb 3CTPOreHOB HwmXe. KpoMe TOro, aCTporeHbl BOBJIEYEHbI BO MHOXECTBO
MPOLIECCOB, He CBSI3aHHbIX C PEMPOAYKLIMEN: CHMXKAIOT KOCTHYIO pe30pOLIMIO, OKasbiBaloT
cocymopacwvpsitoliee OeNCTBUe, YBEMUMBAIOT COOEPXaHME KONlareHa B KOXe U
NOAOEPXMBAIOT €e TOJWMHY U 3N1aCTUYHOCTb, YYacTBYIOT B perynsaumm pocrta BOoC.

DCTpPOreHbl peanmaytoT cBou dusmonormdeckme addekTbl, CBA3bIBasCb C SOEPHbIMA
acTporeHoBbiMM peuenTopamn (ER), KOTOpble BUSIIOT Ha aKTWMBHOCTb MHOXECTBA
reHoB. HapyweHne 6GanaHca B paboTe ¢&epMeHTOB OWMOCMHTE3a 3CTPOreHOB U
MPOAYKLMM MX peLenTOpOB MOXET MPUBOAUTbL K psigy HeGnaronpuaTHbIX NOCeacTBUM
O/151 OpraH13Ma.
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@ CUHTES 2CTPOreHos

Pe3yn bTaT reHeTu4eCkKoro aHasim3a

leH Monumopdusm MeHoTVn YacToTa PesynbtaTt AddekT
OTCyTCTBYET NPEApPacronoXeHHOCTb K
MOBbILIEHHOMY YPOBHIO 3CTPOreHoB. s
CYP19A1 rs6493497 G/G 72,2% XEHLLMH AaHHbIA BapUaHT CBA3aH C 6 6

PUNCKOM rnopeneH1sa BoJs1I0C Mo XXeHCKOMY
T™ny

B opraHuaMe 4enoBeka MPOM3BOOSTCS TPU OCHOBHbIX TUMa 3CTporeHoB: actpaguon (E2) n MeHee 6Guonornyeckm
aKTMBHble coefuHeHust — acTpoH (E1) n actpuon (E3). ScTporeHbl CMHTe3MPYIOTCH Ha OCHOBe XorecTepuHa B Lenu
pepMeHTaTVBHbIX peakumn. E1 obpasyeTcs B roHagax, KOXe W >XMPOBOM TKaHW M3 aHOPOCTEHAMOHa MpW y4acTum
depmeHTa apomatasbl. E2 cuHTe3upyeTca nmbo M3 3CTPOHa BO BHErOHaAasIbHbIX OpraHax, BKIIHOYasi KOXY U KUPOBYHO
TKaHb (3TO peakuusi KaTanmsmpyeTcst depMeHToM 17-B-rmaopokcucreponanernoporeHason), Nbéo nytemM apomarumsaumm
TEeCTOCTEpOHa apoMaTasol. SCTPUOST CUHTE3MPYETCs Ha OCHOBE 3CTpaamosa, aCTpoHa U 16a-rMapoKCUTECTOCTEPOH],
MaBHbIM 06pPa3oM, BO BpeMsi 6epeMeHHOCTM.

HapylleHre npopykumMyM 3CTPOreHOB MOXET O6biTb CBS3aHO C PasBUTMEM MHOIMOYMUCIIEHHbIX 3aboneBaHuK, BKIIOYas
OCTEOrNopo3, HerpogereHepaTvBHble, CEpPAeYHO-COCYAMCTbIE U ayTOMMMYyHHble  3aboneBaHVs, 3HOOMETPMOS,
VHCYJIMHOPE3NCTEHTHOCTb U OXUpeHWe. KpoMe TOro, Y >XeHLWMH HapylieHWe paboTbl apoMaTasbl MOXET MpuMBECTU K
rnoTepe BOIOC MO »eHckoMy Tumy (MBXXT). Pasbl pocTa 1 perpeccum BOMOCIHOro GOonanKyia HaxoasTCs MOM, BINSHUEM
LIMPOKOrO CreKTPa rOPMOHOB, BK/THOYasi MOOBblE, FOPMOHbI LMTOBUOHOM Xeresbl, Haano4YeYHUKOB, rmnodursa 1 anmodmsa.
Mpu MBXT npouvcxogut yMeHblleHne dasbl MoKos U yBenudeHue dasbl perpeccuy BONOCSHOrO GOMKyma, YTo, Kak
MpaBws10, NPUBOOMT K MOCTEMNEHHON 3aMeHe OJIMHHbIX TEPMUHAsIbHbBIX BOSIOC Ha KOPOTKME MYLLUKOBbIE, MCTOHYEHMIO BOSTOC
Mpy coxpaHeHUn GPOHTaNIbHOM NMHUM UX pocTa. MNBXXT - 3To Hanbonee pacnpocTpaHeHHas NpUYKMHa BbiNadeHWst BOMOC Y
XeHWMH. [aHHoe 3aboneBaHue 3aTparvBaeT 6onee 50% >XEHWWMH W ero pacrpoCTPaHEHHOCTb YBEMUMBAETCA C
BO3pPaCTOM.

NccnepyeMble reHbl

CYP19A1
KoovpyeT YHUKaMbHbIA bepMeHT apoMarasy, MOHOOKCUrEeHa3HoM aKTMBHOCTbIO. ApomaTasa
OCYLLECTBIISHOLLYIO K/loYeByto cTagmio CUHTE3a 3KCMPEeCCHpyeTCcs B roHafax, MnaueHTe, XUPOBOW TKaHU,

3CTPOreHoB: MpeBpalleHNe FOPMOHOB aHOPOCTEHOMOH],
TecTocTepoHa U 16a-rMopoKCUTECTOCTEPOHA B 3CTPOH,
aCTpagMon W acTpuon. ITOT GEepMeHT OTHOCUTCS K
cyrnepceMeincTBy UmMToxpoma P-450 v obrnagaet

Mo3re, KOXe U OpYyrnx opraHax. M3BeCTHO, UTO Y XEHLUMH
onpepeneHHble nonuMmopduambl reHa CYP19AT moryT
npegpacrionaratb K CH/KEHHOM MPOAYKLMM 3CTPOreHOB U
MOBbILATb PUCK Pa3BUTUS OB/IbICEHUS MO XXEHCKOMY TUMTY.

3akJioueHue

eHeTUYECKNIN aHaNM3 He BbiSIBUAI Yy o6cne,u,yeMoro rnpenpacrionoXeHHOCTU K MOBbILEHHOMY YPOBHIO 3CTpPOreHoB. 014
>KEHLUMH [OaHHbIN BapWaHT CBA3aH C PUCKOM nopeneHuna BONOC Mo XeHCKOMY TUy.



ObcnegoBaHUS

O6cnenyeMoMy XernaTesbHO NepUoanMYeckn coaBaTh aHaIM3bl Ha YPOBHU TECTOCTEPOHa OBLLEro 1 CBO6OAHOTO,
Oervapo3nmMaHapoOCTepoH Cynbdarta, 17-rMopoKCUMNporecTepoHa, 3CTPaamorna, NPoreCTepoHa, a Takke NMposakTUHa m
mo6ysvHa, CBA3bIBAIOLLErO MOSIOBbIE FOPMOHbI B KPOBU. [pu BbIABNEHWUM FOPMOHaNbHOMO avcbanaHca eMy HeobxoamMmo
0BpaTUTLCA K Bpady. YKeHLMHaM OOMO/THUTENbHO PEKOMEHAYETCS Nepmoamnyeck CAaBaTb aHaIM3abl Ha YPOBHM FOPMOHOB
LUMTOBUOHOM Xeneabl, BuTaMmHoB C 1 B12, aprokanbumdepona, GeppuTiHa 1 Xenesa B CbiIBOPOTKE KPOBU.

PekoMeHgaumm rno npodunakTmke

[ns obcnenyemMoro 6naronpusTHbIMK ByoyT Nopaep)XaHMe HOPMarbHOroO Beca, yMepeHHast dusmyeckast akTUBHOCTD,
MOSIHOLIEHHOE U pa3HOObpas3Hoe MUTaHWe N OrpaHUYeHNEe 3MOLIMOHA/TbHBIX CTPECCOB. Takke eMy XenaTeslbHO
nepvoayyecky nocellaTb aHAOKpMHoora. XKeHwpHaM gns npodunakTyky NopeaeHus BONIoC AOMONHUTENbHO
pekoMeHayeTCs yrnoTpebneHve B NuLLy NMpodyKToB, 6oraTbix BUTaMUHaMK rpynnbl B (ocoberHo B12 n B7), D, Eu C, a
TaKKe CeNeHOM, LIMHKOM U Xerne3oM. BoaMoXHO nx ynotpebneHue B popme 61moaobaBok (Mo CormacoBaHMIO CO
cneumanmcToM* 1 ¢ y4eToM MHOMBMAYabHbIX OCOBEHHOCTEN VX YCBOGHUSI M MeTabonnama, CM. pasgesbl «MeTabonmsm
Xenesa», «kMeTabonmsm BUTaMmHa BO», «MeTabonmam ButammHa B12» 1 «HyBCTBUTEBHOCTb K BUTaMUHY D» JaHHOro
otyeTa). NoTeHumanbHbIM CpeacTBoOM AN NPoPUNakTUKM geduLmTa 3CTPOreHOB MOXET ObITb yBENIMYEHNE COAepPXKaHUs B
paLmoHe GUTOICTPOreHoB (MX NpeaecTBEHHMKM COOEPXaTCs B POCTKaX JIIOLEPHbI 1 KIieBepa, Coe, CeMeHaX /bHa,
LiefIbHbIX 3epHaXx MeHuLpl, YeueuLe). OoHako AaHHble 06 MX NCMOMb30BaHNM NPOTUBOPEYVBbI, M BO3MOXHbI
HebnaronpusTHble 3pPeKTbl Ha SHOOKPUHHYIO CUCTEMY. Takke XEHLLUMHaM BaXKHO C OCTOPOXHOCTbIO OTHOCUTBLCS K
npyeMy aHTUOENPEeCCaHTOB, CTEPOMOHBIX FOPMOHOB (BKJTHOYas FOPMOHasIbHble KOHTPaLIeNTVBbI), aHTUOMOTUKOB. [pu
MOsIBNIEHMM MPU3HAKOB MCTOHYEHMS BONOC B Npeaeniax JJoObHO-TEMEHHOM 30Hbl, 0BCneayeMon BaXKHO 0BpaTUTbCS K Bpady
D15 BbISIB/TIEHMS BO3MOXHbIX MPUYMH. B nepByto ovepefp, criefyeT NpoBepUTb HaMuMe 3HAOKPUHHbBIX U BereTaTuBHbIX
HapyLeHWn, 3a60neBaHUIn KOXM ronoBbl, AeduLpmTa BUTaMUHOB U MUHEpParibHbIX BELLECTB, 60/1e3HeN NmLLEeBapUTENIbHOro
TpaKTa, ayTOMMMYHHbIX 1N MHPEKLMOHHbIX 3aboneBaHun.



@ PeLlenTopbl K 3CTpoOreHam

Pe3yn bTaT reHeTUu4eCkKoro aHasim3a

leH MNonumopdusm FeHoTUn YacToTa Pesynbtat SddekT
OTCyTCTBYET NpenpacrosioXXeHHOCTb K
ESR2 rs‘IO‘I37185 C/C 78 5% MOBbILLIEHHOM YyBCTBUTE/IbHOCTU K @ @

SCTPOreHaM. Y XEHLWMH NoBbIWeH puck
pPa3BnNTUA 06/bICeHMs Mo JKEHCKOMY TuUny

dusmonormyeckme GyHKLMM 3CTPOreHOB B OCHOBHOM MPOSIBNISIOTCA Yepes sinepHble acTporeHoBble pelenTopbl (ER),
ERST »n ERS2. Wx 6Genkosble MNpOOyKTbl KOHTPOAMPYIOT K/toueBble duU3Monormyeckme npoLecchl:  paboTy
penponyKTUBHOW, CKENeTHOW, CepaeYHO-COCYAMUCTOM W LEHTPasribHOW HepBHOM cucTeMbl.OBa peLenTtopa OKasblBatoT
3aWUTHLIM 3DdEKT Ha CUCTEMY KPOBOOOPALLEHWS, Bbi3blBasi pPaCUMPEHUS CTEHOK COCYOOB W Apyrne addekTbl
(BazogmnaTaTopHbI, aHMMOreHHbIW, MPO-rUNMePTOHNYECKUM, aHTUBOCTIANTIUTENbHbIN).

CywecrByeT Takke OYHKLMOHaNbHas pasHWLa Mexay peLenTopamy, MpYBOAslas K BbICOKO BapuabesibHbIM U Oaxe
KOHTpaCcTHbIM 3addeKTaM 3CTPOreHoB B pasHbiX TKaHsx. ERa, mpomykTt reHa ERSI, urpaet 6onee 3amMeTHylo pornb B
COXPaHEHUM U MOAAEPXaHUW CTPYKTYpbl KOCTEM W perynsumm obMeHa BelwectB. ERB, kogmpyembii reHom ERS2,
OKasbiBaeT bonee myboKoe BAUSIHME Ha LEHTPasibHYIO HEPBHYKO M MMMYHHYLO cucTtembl. Kpome Toro, ERB onocpenyet
3¢ deKkT 3CTPOreHOB Ha POCT BOMOC M MOXET Y4acTBOBaTb B PasBUTUM OBJbICEHUSI MO XEHCKOMY Tury (CM. CUHTE3
3CTPOreHoB).

NccnepnyeMble reHbl

ESR2

KoovpyeT sioepHbii peuenTtop ERB, TpaHCKpUMLMOHHbIM
}aKTop, aKTUBMPYEMbIA MPU CBSA3bIBAHWM C 3CTPOrEHOM.
ERB cuHTEe3MpyeTcs B OCHOBHOM B rOHadaX, TOJSICTOM
KUILKE, >KMPOBOM TKaHW, B MMMYHHOW, CepAaeyHo-
COCYOMCTOM W HEPBHOW CUCTEME, KOXEe, a Takke B
KneTkax BOfIocsHOro GonnmKyna.

Yepes peuenTtop ERB acTporeHbl nposenstoT adodekTbl,
CBsA3aHHble C paboToM roHad, 3almMToM cepoeyHo-
COCYOUCTOW, LeHTPanbHOWM HEPBHOW M MMMYHHOW CUCTEM.
Bblf10 MOKa3aHo, YTO Y XEHLUWMH OornpeaesieHHble BapUaHTbI
reHa ESR2 cBsizaHbl CO CHMXEHHOWM YyBCTBUTEIbHOCTbIO K
3CTPOreHaM U CKITOHHOCTbIO K OBJIbICEHUIO MO XXEHCKOMY
T™MNY.

3aknueHue

[eHeTUYeCKNIN aHan13 He BbiSIBUAI Yy o6cr|e,u.yeMoro npenpacnoyioXXeHHOCTU K CHVDKEHHOM YYBCTBUTEJIbHOCTU K

9CTpOreHam. [n§ >XeHWwmH nosbieH pmcK nopeneHmsa BonocC.



ObcnegoBaHUS

O6crenyeMoMy XenaTesibHO NepuoamMyeckn caasaTb obLme aHanm3bl KPOBU M MOUK, aHaNM3bl Ha YPOBHM 3CTPaaMorna,
nporectepoHa, 17-rMapoKCUMNporecTepoHa, TECTOCTEPOHa OBLLEro 1 CBO60OHOMO, AerMapO3MNMaHAPOCTEPOH-CybdaTa, a
TakXe MposiakTUHa M MoBYysMHA, CBA3bIBAIOLLErO MOSIOBble FOPMOHBI. [pY BbISIBNEHMM FOPMOHabHOro ancbanaHca emMy
Heo6XoOMMO 06PaTUTLCS K Bpady. XKeHLUMHaM OOMONHUTENbHO PEKOMEHAYEeTCS NepuoanYeck coaBaTb aHasmsbl Ha
YPOBHW FOPMOHOB LWMTOBUAHOM Xenesbl, BuTaMmnHoB C 1 B12, sprokanbumdepora, pepputrHa 1 Xenesa B CbIBOPOTKe

KPOBM.

PekoMeHgaumm rno npodunakTrke

Mockornbky obcnenyemblii NPeapacrionoXeH K HOPMarbHOM YYBCTBUTENIBHOCTU K 3CTPOreHaM, eMy XeJslaTeslbHO
CrnenoBaTb OOWWM peKOMeHaaumMsM s MOAAEePXKaHUsl FOPMOHanibHOro 6anaHca: BeCTU 300pOBbii 06pas XMU3HW,
MOMTHOLIEHHO MUTATbCS, OrPaHNYMBATb SMOLIMOHaNbHbBIM cTpecc. 18 NpodunakTUKM BbiNageHMUst BOSTOC XEHLUMHAM
[OMOMHUTENbHO PEKOMEHYETCS YNOoTPebnsATb B MLy 605bLie NpOoayKTOoB, 60raTbiX BUTaMUHaMKM rpynnbl B (ocob6eHHO
B12 n B7), ButammnHamm D, E 1 C, a Takke XenesoM, CeNIeHOM U LIMHKOM. BO3MOXHO 1x yrnoTpebneHve B BUOe
61ogobaBoK (MO COMTIAaCOBaHMIO CO CMEeLMarTMCTOM® 1 C YYeTOM UHAMBMAYa/IbHBbIX OCOOEHHOCTEN UX YCBOEHUS U
MeTabonuaMma, cM. pasgesnbl «MeTabonuaM xenesax», «MeTabonmam BuTamMmmHa BO», «MeTabonmam ButaMmumHa B12» n
«YyBCTBUTENBHOCTb K BUTaMUHY D» AaHHOro otyeTa). Mpu NosiBNeHMM Npu3HakoB MCTOHYEHUS BOMOC B Npeaesnax JIobHo-
TEMEHHOM 30Hbl 0bcnenyeMon BaKHO OOpaTUTbCS K Bpady [J1s1 BbIIBNIEHNS] BO3MOXHbIX MPUYKH.



MeTaboM3M HeEMPOMEONATOPOB

MOHOaMUHbI, TakMe Kak CEPOTOHMH, JOPaMUH 1 HOPaOpEeHanvH, UrpatoT BaXKHYIO pOsib B
perynsaumm HaCTpoeHus 1 noBeaeHUs. MOHOaMVHbI ABNSIOTCS HEMPOTPaHCMUT TepaMu U
CUHTE3VPYIOTCS B CMeUMIM3MPOBaHHbIX  HeWpoHax. CKOMieHWss CepOTOHMHOBbBIX
HEMPOHOB pacrnonaraloTcs B sgpax wea (raphe nuclei) n ctBone Mosra (brain-stem),
DO0}aMMHOBbBIX B YepHOM cybCcTaHUMM (substantia nigra) M BeHTpaslbHO-TerMeHTaIbHOM
30He (ventral-tegmental area, VTA) n HopagpeHanuHoBble B CTBOs1e Mo3ra (brain-stem).

[encTere 3TUX HEMPOHOB peanu3yeTcsl B CTPYKTYypax Mo3ra (MMnrnokamm, kopa W
MMHOA/IMHBI), CBA3aHHbBIX C AMOLUMAMM U NaMsiTbto. [JodaMUH MrpaeT KIoYEeBYO posib B
npoueccax MOTMBaLWMMK, YOOBOSBCTBUS U 3MOLMOHANbHBIX pPeakumax, CEepOTOHMH
rMaBHbIM O6pPa3OM CBSA3aH C COLMarbHbIM MOBEAEHWEM, 3MOLUMSMU. HopagpeHanvH
y4YacTBYyeT B MPOLECCaxX SMOLMOHANbHOrO BO3BYXAEHMS, arpecCcMBHOCTU. BanaHc aTux
MEeOMaTOpPOB BaXeH /19 MPaBUIbHOMO COOTHOLIEHUS BO36YXOAIWMX M TOPMO3HbIX
ceTen, YTo Heo6XoaMMO O/ OBYyUEHUs, MaMSATU U OPYrX KOTHUTUBHBIX GYHKLMINA.

Borbluyto posib B MO3re TakkKe MWrpaloT HUKOTMHOBbIE PEeLenTopbl, YYacTByloWME B
nepegaym CUrHasioB Mexay HEMpOHaMM U CUMHANoOB HEMPOH-MbIWeYHas  KeTKa.
HelipoMeamaTop, KOTOpbIM aKTUBUPYET 3TW pPeuenTopbl - aUeTUIXONWH. Takke 3Tu
peLenTopbl CBA3bIBAOTCA C 3K30reHHbIM CY6CTPaTOM - HUKOTWHOM. 3a CYeT 3TOro
CBOMCTBa GOPMUPYETCA HUKOTUHOBASA 3aBUCKMMOCTb Y NtoAen, NOTPeboaLLMX HUKOTUH-
cofepyalume uspenus.
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CepOoTOHMHOBAasA CUCTEMa

Pe3yn bTaT reHeTu4YeCKoro aHasim3a

leH Monumopdunsm MeHoTn

SHTT

HTR1A

MAOA

YacToTa

rs2129785, rs11867581 L/S 47%

rs6295 c/C 27%

rs6323 T/T 65%

AdPekT

PesynbtaTt

CHUXeHMe aKCMpeccumn TpaHcrnopTepa
06paTHOro 3axBaTa CEPOTOHMHA

® O

MnoTHOCTb pacnpeneneHns
CEepOTOHMHOBOIO peuernTopa 1A He
CHUXEHa, YTo obecrneumBaeT
HOPMaribHYO CKOPOCTb CUHAMTUYECKOM
nepepayv

CNC)

®yHKLMOHabHas aKTUBHOCTb
dbepMeHTa MOHOaMUHOKCKAAa3bl A B
HOpMe, UTo o6ecrneyYnBaeT yMepeHHbIi
YPOBeHb Aerpagalym cepoToHMHa

®®

CEepOTOHWH SBMSETCS OAHUM U3 KITOYEBbIX HEMPOMEeOMaToOpOB FO/IOBHOrO Mo3ra. OH TakXKe BbiMOSIHAET posib FOPMOHa Ha
nepubepun, perynivpys CEKpeTOpHYIO M MOTOPHYIO GYHKLUMIO >KeydoUYHO-KULWEYHOrO TPaKTa, perynmpyeT MpoLecchl
CBEpPTbIBAEMOCTM KPOBU M AaXe BOBEYEH B MNPOoLEeCcChl 60M1€BON YyBCTBUTETBHOCTM.

B rofoBHOM MO3re CEpOTOHMH OTBETCTBEHEH, [aBHbIM OBpasoM, 3a Hall 3MOLMOHAsbHbIA CTaTyc, couMaribHoe
nosedeHve. [OMMMO 3TOro, OH B3aMMOOEWCTBYET C [APYrMU HelpoMeauaTopamy, TakMMK Kak godaMuH U1
HopagpeHanuH. HegocTaTok CepoTOHMHA - MPUYMHA anaTuiA, MOBbILEHHOM TPEBOXHOCTU U Aenpeccun. B pgaHHOM
pasgene Mbl paCCMOTPUM reHeTU4ecke BapuaHTbl B 3 OCHOBHbBIX MreHax CEPOTOHMHOBOW CUCTEMBI.

NccnepyeMble reHol

5-HTT

KooupyeT TpaHCcMeMOpaHHbIX 6enok, KOTOpblX oTBeYaeT
3a TPaHCMOPT CEepPOTOHWMHA W3 CUHaNMTUYECKOM LWenm
06paTHO B MPEeCMHANTUYECKYD TePMUWHalNb HEMpPOHa /1S
MOBTOPHOIO UCMOMb30BaHus. [eneums B MpPOMOTOPHOM
pervioHe (5-HTTLPR) npuvBoauUT K  TpexKpaTHOMY
CHWKEHMIO 3KCrpeccun reHa. UrpaeT kntoueByto posb B
3MOLIMOHaNbHOW 1 MOBEOEHYECKOWN PeryrisiLv.

MAOA

MoHoaMMHoOKCMaa3a A  KOOUPYET MUTOXOHAPUATIbHbBIN
pepMeHT, y4yacTBYOLWMIA B MPOLIECCE OKUCIUTENIbHOIO
[e3aMUHNPOBaHNS MOHOAMMHOB, TakUX KaK CEpPOTOHWH,
HopagpeHanuH 1 godpamMmH. 3ameHa T Ha C B 8 3K30He
3TOrO reHa nMpVBOOMT K TMOBbIWLEHNIO  aKTUBHOCTM
dpepMeHTa 1, CnepoBaTesIbHO, YMEHBLLUEHUIO KONMMYEeCTBa

5HTR1A

3TOT reH KOOMPYeT peLenTop CepoTOHWHa 1-ro Tuna.
CepoTOHWMH yyacTByeT B psige  PU3MONornyeckmx
MPOLLECCOB M1 MaTONOMMYECcKMX COCTOsIHUW. 3amMeHa C Ha G
B nonoxeHun -1019 (rs6295) npuvBOOMT K HapyLUEeHWO
CBSI3blBaHWSI C TPaHCKPUMUMOHHbIM dakTopoM Deaf-1 un
CHWKEHWMIO YPOBHSI TPaHCKpUMuUMM reHa. WMameHeHue
MIOTHOCTU pacrpeneneHnss 3Toro peLenTopa CBA3aHO C
HapyleHMeM B 3MOLWOHANbHOW U  MOBEAEHYECKOM
perynsiumm.

HEeMPOTPaHCMUTTEPOB. MyTauMm B 3TOM [eHe MOoryT
npMBeCT K  pPasfiiyHbiM  MCUXOIMOLIMOHANbHBIM U
KOMHUTWBHbIM HapyLLEHWSM, Hanpumep, CYHOPOM
BpyHHepa.



3akJioueHue

Y O6C1'Ie,EI,YEMOFO BbisB/1IeHa NpeapacrnonoXeHHOCTb K BbICOKOMY YPOBHIO aKTUBHOCTU CepOTOHMHOBOlZ CUCTEMBI. 3TO
obecreymBaeT BbICOKMIA YpoBeHb YCTOVIHMBOCTM K NMCUXO3MOLMOHa/TIbHbIM HapyLleHUAM, pasBUTUIO AenpeCcCuBHbIX
COCTOSIHWNM, CHUXKEHHbIA YPOBEHb TPEBOXHOCTW.

ObcnegoBaHUS

MNpy HeobXxoAMMOCTM 0bCcneoyeMoMy MOXET ObiTb Ha3HAYEH aHaNM3 CePOTOHMHA B CbIBOPOTKE KPOBU*. Takke eMy He
crnepyeT 3abbiBaTb 06 OTAbIXE, MOMHOLEHHOM CHe (He MeHee 6-7 4YacoB B CyTKM). Mpu TPyOHOCTSAX CO CHOM
61aronpusiTHbI pacciabnsitomMe BaHHbI U TPaBsiHbIE YaK, Takke obcriefyeMoMy MOryT 6biTb Ha3HaYeHbl BUTaMUHbI FpYMbl
B, npenapatbl MarHus, 5-HTP*.

PekoMeHgaumm rno npodunakTmke

Y ob6crenyemMoro HeT HEOBXOAMMOCTM CreumarnbHO YBEIMUMBATL NMoTpebrieHne NPoayKToB, 60raTbiX npeaecTBeHHKaMM
CEepPOTOHMHa (CbIpbl, Opexu, 6060Bble, 6e10e MSICO), XOTSi PeKOMeHOYeTCsl UX NoTpebneHre B npeaenax CTaHOapTHBIX
HopM. O6creyeMoMy [OCTaTOYHO He 3/10yMNOTPeBSTb CaxapoM U CrnagkuUMU MPOAyKTaMy, YTo6bl MpeaoTBpaTUTb
McyepriaHMe 3arnacoB CEPOTOHMHA B Mo3re. [MNogaepXaHnio CUHTE3a CEPOTOHMHA U YITYYLLIEHMIO HAaCTPOEHMS
CrMoco6CTBYET Takke ABuUraTesibHas akTUBHOCTb.



Pe3ynbTtaT reHeTU4YeCKOro aHanmsa

leH MNonumopdunam FeHoTnn YacToTa
DRD2 rs1800497 A/A 5%
DAT1 rs27072 Cc/C 69%
COMT rs4680 G/G 30%

[HodamMmHoBasi cncrtema

SddekT

PesynbraTt

Huskas nnoTHOCTb pacrnpeneneHns
peuenTopa godaMrHa 2-ro Tuna, H13Kas
UYBCTBUTENbHOCTb KNETKM K [OPaMUHy

© O

HopMarbHbIli ypOBEHb 3KCMpeccum
TpaHcropTepa o6paTHOro 3axeaTa
podaMnHa, MUHMMarbHas noTeps
HelipoMenuaTopa

CHO,

MoBbIWeEHHasA akTUBHOCTb hepMeHTa
kaTexon-O-MetunTpaHcdepassbl
obecreyunBaeT YCUNEHHYO CKOPOCTb

© O

Jerpagauuuy nobamvHa U HopagpeHanmHa

[JodaMuH, Tak Xe Kak U CEPOTOHUH, UrpaeT MHOXECTBO GYHKLMI B HalLleM opraHvaMe. B rofioBHOM MO3re OH BbIMOMHSAET
porb HepoMeamaTopa, B TO Xe BpeMs Ha nepudepum OencTBYeT Kak FOpMOH. B kauecTBe ropMoHa OKasbiBaeT BrMsHME
Ha MOTOPHYIO U CEKPETOPHYIO GYHKLMIO XeNyaoYHO-KUILEYHOrO TPaKTa, OKasbiBaeT BIUSHME Ha KPOBSHOE [JaB/eHVe.

B ronoBHOM MO3re OH OTBEYaeT 3a TakMe XapakKTePWUCTUKM, KaK KOHLEHTPauMs BHWMaHWS, pasfivyHble BMObl MaMsTU,
aHanuUTUYeckme CrocoBHOCTU. AKTMBHOCTb [0GaMUHOBOM CUCTEMbI UrpaeT pPosib B CTPEMJSIEHUM K MOWCKY HOBW3HBI,
CTPEMNEHUN MONYYUTb Harpagy. CHUDKEeHWE aKTMBHOCTU OO)aMUMHOBOW CUCTEMbl MPUBOAMT K HEYOOBIETBOPEHHOCTY,
CHWKEHUIO KOTHUTUBHBIX CMOCOBHOCTEN, CUHOPOMY HedoCTaTka BO3HarpaxpeHus. B JaHHOM pasgene Mbl pacCMOTPUM
reHeTU4eckme BapuaHTbl B 3 OCHOBHbIX reHax AohaMMHOBOM CUCTEMDI.

NccnepyeMble reHbl

DRD2

KooypyeT peuentop podamuHa 2-ro Tuna. HdodamuH
SABNSIETCH HEMPOMEOMaTOPOM U OCYLLECTBNSET nepedadvy
MMIMY1bCOB mMexnay HeMpoHaMu, yyacTByeT B
BUOXMMUMYECKOM ObecrneveHM MPOLLECCOB, NMPOTEKaoLWMX
B LIEHTPa/ilbHOM HEpBHOM CUCTEME, U PEerympytloT Kak
6a3oBble HaBblkM (MPMEM MUK, U3BeraHne OracHOCTU,
MosioBoe MoBeOdeHME), TaK U1 BbiClME MO3roBble QYHKLUMM
(MOTMBaUMs, obydeHue, NaMsTb, BHMMaHKe). rs1800497 B
SHXaHCEPHOM paMoHe TreHa MpPUBOOUT K  CHUXKEHMUIO
3KCMpeccuu reHa.

DAT1

KogupyeTt TpaHcrnopTep nodaMumHa, KOTOPbIM
obecrneumBaeT ero obpaTHbI 3axBaT U3 CUHAMTUYECKOW
wenn. CHMKeHMe KonuyecTBa 3TOro TpaHcnopTepa
MPUBOOUT K CHWDKEHUIO YPOBHS OO0dPaMMHa, UTO B CBOKO
ouyepedpb CBS3AHO C PUCKOM pPasBUTUSI MCUXMYECKUX W
KOTHUTUBHbIX HapyLleHWX. [1pOMOTOPHBIN pervoH reHa
COOEPXUT nonuMopdHoe umncno (3-11 Konuim) TaHOEMHbIX
rnosTopoB No 40 rH, KONMYECTBO KOTOPbIX BAUSGET Ha
adpPekTrBHOCTb TpaHcnsaumm MPHK reHa.



COMT

Karexon-O-MeTunTtpaHchepasa kKaTtanusmpyeT nepepadvy naMmsaTy. Monumopduram rs4680 M3MEHseT
MEeTUIbHOW  rpynmbl € S-ageHO3WIMeTMOHa  Ha TepMOCTabubHOCTb GepPMEeHTa, NMPYBOAS K CHYDKEHMIO
KaTexonaMuHbl, Takue Kak AO0PaMWH, HOpadpeHanvH U aKTMBHOCTK depMeHTa Ha 40% y HocuTenen A annens.

agpeHanvH. MeTunmpoBaHMe 3TUX aMWHOB MPUBOAUT K
rnocnenylowen mMx Aerpagaumm, YTO UrpaeT KIoYeByko
pOrb B MpoLieccax 3MOoLMM U

3akJiroyeHmne

Y o6cne,u,yeMoro BbisAB/1E€HbI Npenpacno/ioXXeHHOCTb K MOBbILEHHOW aKTUBHOCTM D.Od)aMVIHOBOVI CUCTEMBI N MOHMXKEHHDIIA
PUCK pa3BnNTUA CMHOPOMa HeOOCTaTKa BO3HarpaXaeHus. Bepo;rrHo, emMy CBOMCTBEHHO UCTbITbIBATb COCTOSIHWNE
MOBbILLEHHOW MOTMBALIMM.

ObcnegoBaHUS

O6cne,u,yeMOMy He cnepnyeT 3abblBaTb O BaXHOCTW MOJIHOLEHHOIrO OTAbIXa, CHA NPOLO/HKUNTENBHOCTbLIO HE MeHee 6-7
4acoB B CyTKW. BoO3MOXHO HasHaueHue eMy aHain3a Ha D.OCbaMVIH*.

PekoMeHgaumm rno npodunakTmke

Y obcnenyeMoro HeT cepbe3HOM HeObXOAMMOCTU yBeTMUMBaTb NOTPebneHne NpoAyKTOB, 6oraTbiX MpealecTBeHHVKaMM
podammHa. OgHako eMy peKoMeHAyeTCs MUTaTbCs chanaHCMPOBaHHO, He CTOUT CO3A4aBaTb AePUUMT Takmx NPOAYKTOB B
paLMOHe, MOXHO YNoTpebnsTh B NMLLY YedeBwLyy, Mpy HEOOXOAMMOCTU - CNMPYNuHY B Buae BAL*. Takke npwu
HeOb6X0AMMOCTU 0B6CNenyeMOMy MOryT 6biTb HasHaYeHbl AOMOMHUTENbHBIA NPUEM BUTaMUHHO-MUHEPasibHbIX KOMM/IEKCOB
C BUTaMUHaMK rpynnbl B, BuTaMnHOM C, LIMHKOM U MarHneM, L-KapHO3WH, a eciiv OH NpuaepXXMBaETCS BereTapuaHCTBa, TO
XenatesibHO AOMOHUTENIbHO MPUHWUMAaTb aMUHOKUCIOTbI TUPO3WH, deHunanaHunH*. [JJocTuyb 3MOLMOHaIbHOro KoMpopTa
obcneayeMoMy nMpu HEOBXOOMMOCTW TakKe MOMOMYT TEXHWKM OCO3HaHHOCTW, MeauTaLMs.



YyBCTBUTENBHOCTb
K HUKOTUHY

Pe3yn bTaT reHeTn4eCKoro aHasim3a

leH Monumopdusm MeHoTMn YacToTa PesynbtaT SddekT
MpenpacronoXeHHOCTb K BbICOKOW

CHRNAS5S rs1051730 G/G 38% YYBCTBMTENbHOCTU HUKOTUMHOBbIX ®

peLenTopoB

MpenpacronoXeHHOCTb K BbICOKOW

GSTP1 rs947894 A/A 33% CKOPOCTN AETOKCMKALIMN KOMMOHEHTOB ® ®

TabauHoro AbiMa
DRD2 (1800497 A/A 5% MpPenpacronoXeHHOCTb K HM3KOM 00

UYBCTBUTENBHOCTU K fOodpaMUHy

MpUYMHa HEraTVBHOIO BIAUSIHUS KYPeHWs TabauHblX U3OENWM Ha OpraHMsM - BeLecTBa, Bbloenstolpecs B npolecce
ropeHust Tabaka. OOHOBPEMEHHO CaM HUKOTWMH B CUrapeTax MnpuMBoOuMT K (GOPMUPOBAHUIO MCUXONTOrMYEcKom U
PU3MONOrMYEecKon 3aBUCUMOCTU. HUKOTUH - ankanoun, COOEPXUTCA B PaCTEHUSIX CEMENCTBa Mac/ieHoBbIX (Solanaceae),
HamMbonbluasi KOHUEHTpaums 3adpUKCMpOBaHa B TabadHbIX IMCTbsX. CUHTE3 BELEeCTBa MPOUCXOOUT B KOPHSIX, @ HaKOoMeHve
- B IMCTbsIX pacTeHus. CoaepxaHue ankanovga B CyxoM Tabake coctasnsieT 0,3-5%.

HVKOTUH MMeeT CPOACTBO KO BCEM TKaHsSIM YesloBe4eckoro opraHuama. OH ycBavBaeTCs SIerkMMM M3 TabadHoro AbiMa
yepes pPOTOBYKO MOMOCTb, TMPWU MOMaJaHWM Ha CIM3UCTYIO TOCTyMaeT B KpoBb. [locTyras B KpoBb, 6bICTPO
pacrpoCTpaHsieTC Mo OpraHuaMy. HWUKOTWH BO3OEMCTBYET Ha HEPBHYIO CUCTEMY, CBSI3bIBasiCb C peLiernTopaMy B MO3re.
HUKOTUH BbICTYNaeT HEMpPOCTUMYSISTOPOM, aKTUBMPYS crieLumduyeckme Mo3roBble 3neMeHTbl. OHW  OTBeYaloT 3a
HacTpoeHVe YenoBeka 1 ero noeefeHYeckme peakLmm.

leHeTuka BNUSIET Ha CKOPOCTb MeTabonuama, O6e3Bpe)KVIBaHVI9| M BbIBEOEHMS KOMMOHEHTOB TabayHOro AbiMa, a TakkKe Ha
CKJTOHHOCTb K 3aBUCUMOCTW.

NccnenyeMble reHbl

CHRNAS GSTP1

KooypyeT opgHy w3 CTpykTyp anbda-5-HMUKOTMHOBOIO KooupyeT depMeHT 201 dasbl AeTOKCUKaLMKM, KOTOPbIN
XONMHEPrnM4ecKoro peLenTopa, yepes KOTOpbIM NMPUCOeAMHSIET MYTAaTUOH K KCEHOBUOTKKaM: JIeKapCTBaM,
peanusyeTcs nencreve HeMpoMeamaTopa - TOKCMHaM, MpOAyKTaM OKUCIUTENbHOrO cTpecca U T.A4.
aueTunxonuHa. MNMpu KypeHun peLenTop CoeduHSeTCs C YyactByeT B [e3aKTMBaLMW MHOTMX COedVHEHWUN, B
HUKOTUHOM, 4YTO 3aTpyAHseT nepejadvyy HEepBHOro YaCTHOCTM TeX, KOTopble oObpasyloTcs B Mpouecce
mMnynbca.  MonvMopdmamM  cBs3aH € pasBUTMEM TepMUYECKOM  0BpaboTkW.  [onMMopdU3M  CHMXKaeT
HUKOTMHOBOM  3aBUCMMOCTW W MpeppacrionaraeT K 3¢pDEeKTVBHOCTb AETOKCUKALMM BELLECTB, MOCTYyNaloWwmx B

3a060M1eBaHUAM NErKMX.

DRD2
KooupyeT peuentop godpammHa D2, nokanmsoBaHHbIM Ha
MOBEPXHOCTU 0obaMUHIPrMyeckux  HEeMpOHOB 7

3anycKaloWmMii - Kackaf, peakuuin BHYTPU KNeTKM o4
Bo3gencTBMeM godammHa. OH BblOenseTcs B KadecTse

OpraHnsm m3 >KapeH0171 L.

MOOLUPEHUS, MPU BU3YaSIU3aLIMM XKESTAEMOro pesynbraTa,
npy OOCTMXKEHUM KaKOW-NMOO LIesU 1 Bbi3bIBAET YYBCTBO
yooBonbCcTBug.  MonmMMopduaM  CBA3aH C PUCKOM
GOPMUPOBaHUS 3aBUCKMOCTEN.



3akJioueHue

[eHeTUYeCKNN aHan13 nokasarn, uYTo Yy o6cnep,yeMoro BblAB/1I€Hbl PUCKN, CBA3aHHbIe C I'IOTp66J'IEHl/I6M Taba4yHbIX U3OeNnN.

ObcnegoBaHUS

O6cnenyeMoMy xxenatesnbHo nepuogmdecku (1 pas B rog) NpoOBOAUTb NpodUiakTUYeckme obcnenoBaHns: obLWwmn m
BroxMmyeckmni (C ocobbiM BHUMaHMeEM Ha AJTT, ACT, GUnmMpybuH 1 raMMa-mioTaMUNTPaHCNeNTMAA3Y) aHanM3bl KPOBU,
dnooporpaduio, crivpoMeTputo. [LONONHUTEIbHO €My XelaTeNlbHO COATb aHaNM3bl HA COAEPXaHWE CrieayoLUMX
BellecTs: 8-OH-ae3okc1ryaHo3rHa — B KPOBU M MOYe, TyTaTUOHa, BUTaMmHa E, koaHanMa Q10, 6eTa-KapoTuHa,
BUTaMuHa C, 8-130MpocTaHa, MasrloHOBOIro avanbaermaa — B KpoBu. OcobeHHO 06CeaoBaHMs BaXHbI, €Criv obcnenyembiin
BCE XK€ KypWT.

PekoMeHgaumm rno npodunakTrke

O6cnenyeMoMy XenaTesibHO He ynoTpebnsaTb TabauHble sgenms: obbluHble CUrapeTbl, 31EKTPOHHbIE U GUTOCUrapeThI,
KanbsiH, Benn. Ecnv obcnenyembivi BCe Xe KypUT, EMY CTOUT YMEHbLUNTb KONTMYECTBO BblKyPYBAaEMbIX €XXEOHEBHO CUrapeT,
BbIOVpaThb crrapeTbl C GUIBTPOM 1 COAepXKallmMe MeHbLLee KONMMYeCTBO CMOoN (Nerkue). Takke eMy XenaTtesibHO usberatb
CUTYaLMM, MPOBOLMPYHIOLLMX MCMOIb30BaHWeE TabauyHoM Nponykummn. XKenaTtesibHa perynsums pexxmma cHa (OTXOA KO CHY B
O[HO U TO Xe BpeMs, peKoMeHayeMas MPOQO/IXNTENbHOCTb CHa — He MeHee 7-8 4YacoB) 1 3aHSITUSI CMIOPTOM
(03HaKoMbTECh C PeKOMeHAAUMAMU CMTOPTMBHBIX Pa3faesioB AaHHOMO oT4eTa). Mpy MoBbILEHHOM YpOBHE CTpecca
obcrnenyeMoMy pekoMeHayrTCst 6e30omnacHble Criocobbl paccnabnerHms: Maccax, CTOyYHTepanusi, apomMarTepanus,
TBOpYECTBO*. BO3MOXHbI Neproamyeckme Kypcbl OUYULLEHNS] OPraHM3Ma: YMUCTKa KULLEYHVIKA, IMMbOCaHaLMS.



@ ANKOrosibHas 3aBMCMMOCTb

Pe3yn bTaT reHeTnu4eCKoro aHasim3a

leH Monumopdusm MeHoTUn YacToTa PesynbtaT b dekT

ADH1B rs1220084 G/G 97% Bera-cybbeanHiLa bepmenTa o0
ankKoronbgernaporeHasbl He U3MeHeHa

DRD2 r51800497 A/A 5% Hu3kasa nnoTHOCTb ,D,Od)aMMHOBbIX @ @

peuernropoB D2 Tuna

M36bIToUHOE MoTpebrieHre ankoronsl sIBAsSeTCs Cepbe3HOM MeamKOo-couManbHOM npobrnemMoit. MoTpebreHne ankorons
pasnuyaeTca B pasHbiX CTpaHax. B pasBUTbIX CTpaHax arnkorosiM3MOM MOXEeT CTpajaTb okono 3-5% B3pocsioro
HaceneHus, B BUMHOOENbYEeCKMX CTpaHax (PpaHuus, UTanus) aTOT nokasaTeslb MOXeT pgocturatb 8-10%. CornacHo
CTaTUCTUYECKOMY exerogHukKy Pocagpasa, B 2017 r. B Poccum 6bino 3admkempoaHo 78179 (53,2 Ha 100000 yenosek
HaceneHusl) C AMarHO30M MCUXOTUYECKME PAacCTPOMCTBA, CBA3aHHbIE C YyroTpebneHmneM ankorons + CUHOPOM 3aBUCUMOCTU
OT ankorons. TakoBO 4MCno obcneayeMbix C BriepBble B XM3HW YCTaHOBIEHHbIM OMAarHO30M, B3ATbIX MOL, AMCTaHCepHoe
HabntoaeHNEe MCUXOHEBPOSIOMMYECKMMN 1 HAPKONTOTUYECKUMU  OpraHM3aumsiMi, O pearibHbIX LMppax MOXHO TONbKO
[orafblBaTbCs.

MNon, ankorosbHOM MpPOAYKUMEN MOOpasyMeBaloT HarnUTKM C COOAEpXaHWeM 3TUNOoBOro crnvpTa 6onee 0,5% obbema.
ANKOrosib OKasblBaeT TOKCUYecKoe BOB,EleIZCTBI/Ie He TONbKO Ha neYyeHb, HO N Ha BeCb OpraHM3M B LESIOM: yxXyaulaeTcsd
KPOBOCHabXeHMe MO3ra, 3aTpyaHAEeTCH YCBOEHWE MUTaTENbHbIX BELLECTB, CTPafaeT NomKenyno4vHas xenesa, UCCyLwatoTcs
CNU3UCTblE, HapyLllaeTcs paboTa MMMYHHOW CUCTEMDI, YBENTMUYMBAETCS PUCK HOBOOBPA3oBaHWA rpyay M nuwesopa. Puck
G OPMUPOBaAHMS anNKOrosbHOM 3aBUCMMOCTM Y PasHbIX JIOAEN BapbUpyeT He TOSbKO B 3aBUCMMOCTM OT [O3bl U YacToThbl
YroTpebneHusi, HO U OT FeHEeTUKN.

L1181 HenmocpeacTBeHHOro GOpMUPOBaHUS XXe ankorosibHOM 3aBUCMMOCTM BaXKHOE 3HauYeHWe MMeeT He TOMbKO CKOPOCTb
ero Metabonmama, HO W (B MepByld odepenb) OCOBEHHOCTb BOCMPUSATMS OPraHM3MOM Bbloenstowerocs AodamMmHa,
KOTOpbIA CTUMYNUPYET LEHTP YOOBONbCTBUS C PasHON MHTEHCMBHOCTbIO. 3TO B HEKOTOPbIX Crydasix CriocobcTByeT
pPasBUTUIO MPUCTPACTUS K anikorosto. MoMrMO 3TOro, reHeTVKa orpefenisieT CKOPOCTb MpeBpaLleHnst CrivpTa B YKCYCHbIN
anbaernn, obycnaBnmMBaloWMIA MHTOKCUKALMIO OpraHmMaMa U MOXMesbHbINA CUHOPOM.

NccnepnyeMble reHbl

ADH1B DRD2
KoompyeT 6eTa-cybbeoyHULy ankoronbaernaporeHasbi. KooupyeT peuentop godpammHa D2, nokanm3oBaHHbIA Ha
OHa sBnseTcs depMeHTOM Ton dasbl OeTOoKCHKaumm MoBepPXHOCTU DopaMUHIPryeckmnx HeMpoHoB 2

KCEHOBUOTMKOB U OKWUCISIET 3TaHOM OO aueTanbaervoa.
OPpdekTmBHOCTD  paboTbl  PepMeHTa  onpepenseT
UYBCTBUTENBHOCTb K asikorosto. MonmMmMopdusM cessaH C
pasBUTUEM aNIKOroSIbHOW 3aBUCKMMOCTU W afIKOrOSIbHOIroO
LMppO3a neyeHun.

3arycKaloWmMi  Kackag peakuui BHYTPWU KIETKU mop,
BosgelicTeneM podammHa. OH BblOensieTcs B KadecTse
MOOLPEHUS, MPU BU3YaNU3aLIMM XKETAeMOoro pesynsraTa,
MpWY OOCTUXEHUU KaKOM-NTMGO LN 1 Bbi3blBaET YYBCTBO
yooBonbcTBus.  MonmMMopduaM  CBF3aH C PUCKOM
dOpMUPOBaHUS  3aBUCKMMOCTEW, B TOM uUuCie W
aNIKoOronbHOMN.



3akJioueHue

[eHeTUYeCKMIN aHan13 BbiSBUM CUNbHYIO NpenpacrnonoXeHHOCTb K Ppa3BUTUIO a/IKOrosibHOM 3aBUCUMMOCTW.

ObcnegoBaHUS

O6cnenyeMoMy pekoMeHOyeTCs MPOXOAUTb Neproguyeckme obcnenoBaHns: aHanmsbl Ha raMMa-
MIOTaMUNTPaHCMIENTMAA3Y, acrapTaTaMUHOTPaHCPepasy 1 aaHMHaMUHOTPaHCdepasy; KIMHUYECKUIM aHann3 KpoBW;
JINBI1. Mpy HEO6XOOMMOCTM BO3MOXHO HasHauYeHWe OOMOTHUTENbHbIX 0bcnenoBaHuM (aHanm3a Mouu, Y3 nedvenun, noyek
M T.N.)*. FNpy HEOBXOOMMOCTU MOXET ObITb PEKOMEHOOBaHa KOHCY/BTaLMs MCUXOora/ncrxoTepanesTa.

PekoMeHOaLmMmM No rnpoduiakTmke

B cBSI3K C BbICOKMM PUCKOM hOPMUPOBaHUS arlKOroSIbHOM 3aBUCKMMOCTU 0BCIiefyeMOMY PEKOMEHOYETCS1 OrpaHUYNTb U
CTPOro KOHTPO/IMPOBaTb YNOTPebIeHNe anKorosbHbIX HAMMUTKOB (YMEHbBLUMTb KOTMYECTBO M O6beM MOpLMIA arKorons).
[MNpn TakoM reHoTUNe ankorosib He OKa3sbIBAET PE3KO HEraTMBHOMO B/IUSHUS Ha CaMOYYBCTBUE, MPU 3TOM CO CTOPOHDI
HEPBHOW CUCTEMbI BO3HWKaET CTUMYIMPYIOLLast BbIMUTb BO/bLIe peakumsi, TakMM 0BpasoM MOXET cHOPMMPOBATHCH
anKorosibHasi 3aBMCMMOCTb. XOpOLUEN arnbTepHaTUBOM 6yaeT ynoTpebrneHve 6e3ankoronbHbix BiH. O6cneayemMomy
peKoMeHOyeTCsl HaUTU arnbTepHaTVBHbIE CNOCObbl paccnabneHms: NPOCyLIMBaHME MY3blKM, MacCaX, CTOYHTepanus,
apomaTtepanusi, TBOpPYECTBO; OCOOEHHO 3TO BaXKHO MPW MOBbILLEHHOM YPOBHE cTpecca. [19 NpopunakTUK1 HapyLLEHWI
paboTbl NeyeHn obcneayeMoMy BO3MOXHO HasHaveHWe aHTUOKCUAOAHTOB (recrnepuaviH, KBepLeTuH, GnasiumH 1 ap.).
Bo3MoXxeH rnpreM renatonpoTekTopoB™.



‘ ['lcnxonormnyeckme 3aBUCUMOCTU

Pe3ynbTaT reHeTU4YeCKOro aHanmsa

leH MNonumopdpunam NeHotn  YactoTta PesynbtaT

DRD2 rs1800497 A/A 5% MpenpacnonoXeHHOCTb K HU3KOM

UYBCTBUTENNBHOCTU K fOdpaMUHy

AddekT

© 0

Mcuxonornyeckas 3aBUCMOCTb — MATONOrMYeckas MoTPeBHOCTb B PerynispHOM MOBTOPEHUN OrnpenesieHHbIX LEeNCTBUN,
KOTOpblE BbI3blBAlOT MHTEHCMBHbIE MPUATHbIE SMOLMUW. [peanocbiikamy pasBUTUS 3aBUCMMOCTU SBMSKOTCA XPOHNYECKUIA
CTPecc, HEBO3MOXHOCTb U3MEHUTb CIIOXMBLLYHOCS HEGAronpUsTHYIO CUTYaLMIO, CoLpmaribHoe adaeneHue n gp. OHa MoxeT
BO3HUKHYTb OT YPEe3MEepHOro YBfeUYEeHUs! rafpkeTaMy, LWOMMHIoM, paboToM, enon, CadkoM MULeNr, TOW WM WMHOW
maeonoruen, buloTU-npoLenypamm, oT ObLEHUS C ornpeaesieHHbIM YeoBEKOM, YNoTpebrieHus onpeneneHHbIX BewecTB (B
UYaCTHOCTW, HUKOTWHA, ankoross), NpUCTPacTUs K a3apTHbIM UrpaM, COLICETAM, KOMMbIOTEPHbIM MUrpaM, 3KCTPeMaslbHbIM

BMOaM OeATesIbHOCTU U T.M.

Mpy 3TOM MPOUCXOOUT M3ObITOUHAs CTUMYMSLMS LIeHTPa BO3HArpPaXXAeHWst U 3aTeM peskui Craf BblpaboTkM godpammHa
(ropMOHa pafoCcTW), UTO HeraTWBHO CKasblBaeTCsl Ha paboTe HEpPBHOW CUCTEMbl W Bbi3bIBAET MOTPEBHOCTb B HOBOWM
CUNBbHOW CTUMYNsiLMK. TeHeTWKa onpefdenseT BOCMpUSTUE Bbioensiowerocs godammHa UM B HEKOTOPbIX Crydasix

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

NccnepyeMble reHbl

DRD2

KooupyeT peuenTop godammHa D2, nokanmsoBaHHbIM Ha MpWY OOCTUXKEHUU KaKOM-NTMGO LN 1 Bbi3blBAET YYBCTBO
MOBEPXHOCTU nodaMUHeprmiyeckux  HeMpoHOB 7 yooBonbcTeus.  MonnuMopdumaM  CBssaH C PUCKOM
3anycKaloWM  Kackap peakuMii BHYTPW KIEeTKM  Mog, dOpPMU1POBaHUST 3aBUCUMMOCTEN.

Bo3gencTemeM godammHa. OH BbioenseTca B KadecTse
MOOLLPEHUS, MNP BU3YaNM3aLIMM XKENAEMOro pesyssTaTa,

3akJiroyeHmne

[eHeTVYecKMIn aHan13 BbISBAT Yy o6cr|e,u,yeMoro HN3KYIO YYBCTBUTEJTIbHOCTb .D,Od)aMVIHOBbIX peuenTopos. Bbicokumin pUCK

BO3HWKHOBEHWS MCUXONOMMUYECKNX 3aBUCUMMOCTEN OT A3aPTHbIX N KOMMbIOTEPHbIX Urp, UHTEPHETa, COLI,CGTeIZ,

9KCTpeMalbHbIX BNOOB OeATe/IbHOCTU U Op.



ObcnegoBaHUS

PekoMeHayeTcsa caaTb aHaM3 KpOBM Ha KaTexonaMuHbl*. BoaMoXHO, obcrienyeMoMy 6yayT nonesHbl MeaykaMeHTOo3Has
KOppeKLMs YpoBHS odaM1Ha* 1 TpaHCKpaHWanbHas 31eKTPOCTUMYNSALmS (€CTb MPOTUBOMOKasaHus)*. PekomeHayeTcs
KOHCY/BTaLUMs HeBPOIora, B Cllyvae MnosiBfieHus anatum, gernpeccum — neuxorora/ncmxorepanesTa. B ciyyvae
HeOb6XOAMMOCTU BO3MOXHO HasHaueHue creumanmctoMm MPT ronoBHoro Mosra*. Takke BaXeH KOHTPOsb Macchl Tena (CM.
TaKKe pasgen «M36bIToYHbIN BEC U OXMPEHKe»). MocKonbKy HEOBXOAMMOCTb AOMOHUTENIbHOrO CTUMYNMPOBaHWS
MOMOXUTENbHOrO HAaCTPOEHUSI MOXET BbITb Bbi3BaHa Takoke c60sMKM B paboTe 3HOOKPUHHOM CUCTEMbI M FOPMOHaSbHbIM
nmcHanaHCcoM, JOMOMHUTENBHO MOXET BObITb MONe3Ha KOHCY bTaLMsA SHAOKPUHOOTa.

PekoMeHOaLUmMm no npodunakTmke

ObcnenyeMoMy BaXKHO MakCMMaribHO CHU3UTb CTPECCOBYIO HarpysKy. EMy pekoMeHayeTcs BbibvpaTb Te B1abI
[esTenbHOCTU, KOTOPble aKTUBHO CTUMYNMPYIOT BbIpaboTKy 3HAOPGUMHOB: CropT, X066U. BO3MOXHO HasHauyeHue
npekypcopoB godpammHa (L-TnposunH) n cepotoHmnHa (5-HTP) no cornacoBaHuio co cneumanmctoM*. [ns BO3HUKHOBEHUS
OLLYLLIEHWNSI CHaCTbsl U MOYYEHUS YOOBOMBCTBUS OT XM3HW MY BaXKHO yaensTb cebe 1-2 yaca B AeHb. B TeueHue aTtoro
BPEMEHU BaXKHO 3aHMMaTbCH TONbKO CBOVIMU AeSlaMU U UCKITIOYUTb OTBNekalowme dakTopbl (TenedoH, AeTH, GbiToBble
X/10M0Thl, paboTa, COLCETM M NMpodas cyeTa). Takke obcnenyeMoMy peKoMeHOyeTCs perynsipHO OCBavBaTb YTO-TO HOBOE,
paclLMpsTb KPYro3op, NoMoraTb ApYrvM NioasM, AenaTb clopripmabl. Bce 3To crnocobcTByeT NOsiBNEHMIO YyBCTBa
YOOBOMBbCTBUS U CHUXKEHMIO pPUCKa BO3HUKHOBEHMS 3aBMCKMMOCTeN. EMy pekoMeHayeTcst ynoTpebnaTb NpoayKTbl,
cogepxallpe npeawecTtBeHHNK AodaMmHa: Cbipbl TBEPObIX COPTOB, MSCO MHAEWKMW, YeyeBMLly, aBOKago, 6aHaHbI,
MopenpoayKTbl, MUHOAb, OBCSHKY, SMLa.



CHMXeHmne KOrHUTUBHDbIX
crnocobHocTen

C BO3paCcTOM MpaKTUYECKM Yy BCEX JIIOOEN HAOMOOAETCA HE3HAUUTENIbHOE CHIDKEHME
MO3HaBaTesIbHbIX CMNOCOBHOCTEN, MaMATU U KOHLEHTPaUMM BHMMaHUS. Bo3pacTHble
M3MEHeHUs1 OOyC/IOB/iEHbl 3aMeJIeHMeM OOMEHHbIX MPOLIEeCCOB U CTPYKTYPHbIMU
M3MEHEHUSIMN B KIIE€TKaX MO3ra, TakUMK KaK Harnume HempopuopUiisipHbIX CrieTeHNN,
CEHWITbHbIX BsWeK 1 OPYrnX MOpaXeHUn. B KOHEYHOM cYeTe 3TU U3MEHEHMUS MPUBOOAT
K CHWXXEHMIO CUHAMTUYECKOW U HEMPOHANbHOM MMACTUYHOCTK, YTO BfieYeT 3a Cobomn
CHWXKEHME KOFHUTMBHbBIX CMTOCOBHOCTEN.

Cpeaun CTPYKTYp, OTBETCTBEHHbIX 33 HalUM KOTHUTMBHbBIE CMOCOBOHOCTH, TaBHYIO POsib
BbIMOSIHAET QPOHTa/IbHAs kopa W runnokamrn. ®OpoHTanbHas kopa -  [T1aBHbIN
MHTErpaUMOHHbIN LIEHTP Halero Mo3ra, MMEHHO OHa OTBeYaeT 3a Hawy pabouyo
MamsTb, KOHLEHTPALMIO BHUMaHWSA, aHaNUTUYECKMe CNoCOBHOCTU. MMnnokamn oTBeYaeT
33 Haly MPOCTPaAHCTBEHHYIO MaMsTb, ObydyeHMe U y4dacTBYeT B GOPMUPOBaHUM
OONITOCPOYHOM NaMaATW. 3ybuaTtast U3BUIMHA MMMMoKaMra sIBNSIETCA OOHOWM M3 HEMHOMMX
CTPYKTYP B HalleM Mo3re, roe MpoAO/PKAETCA CO34aHME HOBbIX HEMPOHOB Ha
npoTAXeHnnN BCEM XKU3HW. O,D,HaKO Y OOHUX mo,u,eﬁ CHMXeHNne KOMrHUTUBHDbIX
CrMOCOBHOCTEN C BO3PACTOM CHWXKaETCS, BMIOThb A0 BblPaXXEHHbIX HapyLUEeHWA. [eHeTuKa
B 3HAYUTENIbHOW CTEMEHU OMPEnEnAeT PUCKN CHUXKEHUS KOMHUTUBHBIX CMOCOBHOCTEN C
BO3pPacTOM.

B HalleM oT4yeTe Mbl pacCMOTPUM MOIMMOPGU3MbI ABYX FEHOB, UMPatOLLMX BaXKHYHO POsib
B OBGMEHHbIX MpoLeccax M HEeMpOomMacTUYHOCTM Hawero Mosra. leH APOE kogupyeTt
6enoK, pPerynvpyromn ImnmaHblii O6MeH B Hawem Mo3are. eH HempoTpodUYeckoro
dakTopa Moszra (BDNF) wurpaeT BaXHylO pOJb CUHAMTUYECKOW W  HEMPOHASIbHOM
MIaCTUYHOCTK, a Takke B CO3O3aHMM HOBbIX HEWPOHOB B 3yO4yaToOM U3BWIMHE
rmnnokamna. MonMMopdraMbl B 3TUX MreHax MPUBOOAT K CHMKEHUIO X aKTUBHOCTU, UTO
BNIUSIET Ha PUCK BO3PACTHbIX M3MEHEHUIN KOMHUTUBHbBIX CMTIOCOBHOCTEWN.
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bonesHb Anburemmepa

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopduam MeHoTun YacToTa PesynbtaT SddekT
OTCyTCTBYET NMPEAPACTONOXEHHOCTb K
APOE rs429358, rs7412 E3/E3 65% Hakonnenuio JIMHIM B KpoBEHOCHOM @® @
pycne
MpenpacroioXeHHOCTb K BbICOKOM
CETP rs5882 A/A 46% CKOPOCTV MepeHoca XonecTepuHa 13 6 6

JNBM s JIMHI

BonesHb AnburemmMepa (BA) (G30 comacHo MKB-10) - HeusnedmMoe pereHepaTyBHOEe 3aboneBaHWe LIEHTPasibHOM
HEPBHOWM CUCTEMbI, XapaKTepU3YIoLEeCs HapyLeHEM KOMHUTUBHbBIX PyHKLUMI. ObLemMmpoBast 3abonesaemoctb Ha 2010 T.
oueHmBanacb B 35,6 MH Yenosek, K 2030 r. no nporHosaMm ysenmiutca oo 65,7 MnH, a K 2050 r. - go 115,4 MAH.

BA pasBvBaeTCA B OCHOBHOM B MOXW/IOM BO3pacTe, SIBNSSCb OOHOM M3 GOpM AeMeHUMM: oKono 43% 605bHbIX MMeoT
Bo3pacT oT 75 go 85 net. XXeHwuHbl 3aboneBatoT 4alle MyXuunH (72% Bcex obcnenyeMbix ¢ BA - XXeHckoro nona).
OgHoM 13 Hanboree XXWM3HECNOCOBHbIX M Ha CEeroAHsIWHWA OeHb OOWENPUHSITbIX MMNoTe3 pasBUTUS 60one3HU
AnburerMepa CYMUTAETCS «aMWIOMAHAs MMMNOTE3a», COMIacHO KOTOPOW [T1aBHOM MPUYMHOW HempogereHepaTmBHOro
rnpoLiecca sBMsSIeTCS HapylleHne MeTabonuaMma 6ernka-npenwecrtBeHHWka amunovaa (APP). KniouyeBbiM 3BEHOM B 3TOM
Kackage SBMsieTCs ObpasoBaHME W OTIOKEHWE aMUNOMOHbIX Onswek B MapeHxuMe Mosra. Euwe ogHMM MexaHV3MOoM
natoreHesa BA cuuTaloT U3GbITOUHOE dochopmnmpoBaHMe Tay-6enka (oTHocswerocs K rpyrnne MAP-6enkos,
ACCOLMMPOBaHHBIX C MUKPOTPYBOUYKaMM), B pe3ysisTaTe Yero OH MepecTaeT B3auMOLEMCTBOBaTb C MUKPOTPYBOUKaMK U
obpasyeT KybkM B HeMpoHax, 3TO, B CBO o4vepenb, BeOeT K MoBpexaeHwto nocnenHmx. Hacnepoyemoctb BA 6bina
ornpepeneHa Ha ypoBHe 58-79% (comacHO 65M3HELIOBbIM UCCNeAoBaHUAM); MO APYrMM OaHHbIM, BKIa[ FEeHETUKU
coctaBnseT nopsigka 33%. Ha cerogHsawHMA OeHb BbisiBNneHo 6onee 20 OCHOBHbIX JTOKYCOB, CBA3aHHbIX C PUCKOM Pas3BUTUS
BA.

NccnepyeMble reHbl

APOE

KoouypyeT anonuvrnonpoTtevH E, Bxogswmi B cocTaB
XUTOMUKPOHOB W JIMMOMPOTEMHOB  O4Y€Hb  HUW3KOW
MIOTHOCTWU. MakcuManbHas 3KCrnpeccuss 3TOro  reHa
HabntopaeTcs B rneyeHu, TaKkKe B MOuKax,
HaOMoOYeuYHWKaX, >XMPOBOM TKaHW, Cene3eHKe, Moasre.
Benok yuactByeT B OOMeEHe nNMNMOOB B KPOBU U
xonecrtepuHa B Mosre. Hambonee uyacto uccnegyioT 2
nonuMopduaMa, codeTaHue KOTOpbIX obycnaenveaeT 3
dopmbl Genka: E2, E3 (Hopma) m E4. BapuaHT E4
OKasblBaeT HamboNblWMA BKIah B PUCK BO3HWKHOBEHMS
BA, ero vacrtota BapbupyeT oT 10 go 20% B 3aBMCUMOCTU
oT nonynsumn.  Hanuuune annens E2, HanpoTus,
3HAUUTESNbHO CHKaeT BepPOSTHOCTb pa3BuTus BA.

CETP

KooupyeT TpaHcriopTep (6enok-nepeHocymk) 3¢pupoB
XOnecTepuHa, KOTOpbIM obecrneymBaeT nepeHoc 3pupoB
xonectepuHa wu3  JIMBIT  (NMNOMNPOTEMHOB  BbICOKOW
MAOTHOCTY) B ApYyrve JMMonpoTEUHDbI, TakMM OBpasoM
yBenmumBeas YpOBEHb JIFHM. MakcumanbHO
3KCrpeccrpyeTcs B CeNle3eHKe, KMPOBOM  TKaHW,
nmMdaTnyecknx ysnax, rnadeHTe, nedveHn. OguH m3
MONMMOPPHbBIX BapUaAHTOB reHa MPUBOOUT K CHUXKEHWIO
aKTUBHOCTM ©Genka, YTO CrMoCOOCTBYET  YYYLIEHMUIO
JMNUOHOrO CreKTpa KPOBW M OKasblBaeT MPOTEKTUBHbIN
3¢ deKkT MpoTUB CepAeUYHO-COCYOMCTbIX 3aboneBaHU r
BA (xoTs ero Bknag He sIBNsSeTCs onpeaensiowmMm).



3akJioueHue

[eHeTUYeCKNN aHan13 nokasan, uYTo Yy o6cnep,yeMoro BbISIBNIEH HU3KUM PUCK pa3BnNTUA 6onesHn Anbu,reﬁmepa.

ObcnegoBaHUS

ObcnenyeMoMy He CToUT nMpeHebperatb NpodUNakTUYeckMy 06CeaoBaHUSAMIM, CTOUT MPOBEPSITb TUMUAHbBIN CNEeKTP
KpOBW, B YaCTHOCTU, YPOBEHb OBLLEro xonecrepuHa, xonecrepuHa JIBIM n ocoberHo JTTHIM*. Mpyn HeobxoonMocTu emMy
MOryT 6bITb Ha3Ha4YeHbl AOMNONHUTENbHbIE 06cnenoBaHus (MPT, KT, M3T)*. Ocoboe BHYMaHMe 06CnefoBaHUSM CTOUT
yOoensitb no JocTkeHun 60-65 net 1 6onee*.

PekoMeHOaLmMM No rnpopuiakTmke

He BbisiBNeH puck passuTUsi BA, obcrenyeMoMy He pekoMeHOyeTCsl 3/10yrnoTpebnsTh NPOAYKTaMU C BbICOKUM
copepyKaHMEM XOMecTepuHa 1 TPaHCKMPOB. st JONTOBPEMEHHOro CoXpaHeHUs GyHKLMIA Mo3sra 6r1aronpusiTHa
cpeauseMHOMOopCKas ANeTa, MOXHO [OGaBNSTb B MULLY KypKyMUH*. O6cnenyeMoMy He criefyeT 3abbiBaTb O perynsipHbIX
YMCTBEHHbIX YNpPaXKHEHUSIX (PeLLeHmne pebycoB, TOrMyeckmnx 3aga4 1 T.M.) U HEOBXOOMMOM KONMYecTBe CHa ANsi
BOCCTaHOB/EHWSI MO3ra. He cTouT npeHebperaTb pekoMeHaaumaMu, NpuBeaeHHbIMU B pasgene «ATepocKieposs»
HacTosiero oTyeTa.



CHMXEHME KOrHUTUBHbIX
CMNOCOBHOCTEN C BO3PACTOM

Pe3yn bTaT reHeTnu4YeCKoro aHasim3a

leH Monumopdpunsm MeHoTMn YacToTa PesynbTtaT SddekT
HopMarbHas GyHKLMOoHabHas
BDNF rs6265 c/C 64% aKTUBHOCTb HEMPOTPOPUUECKOro @® @
dpakTopa Mo3ra
OTCyTCTBYET NMPELpPacroNIOXEHHOCTb K
APOE rs7412, rs429358 E3/E3 65% HakonneHuto JIMNHIM B KpoBEHOCHOM @ @

pycne

C BO3pacTOM MpaKTUYECKM Yy BCEX JIIOOEN HabniodaeTcsl He3HauUTeNbHOe CHUMXKEHME MO3HAaBaTesIbHbIX CrOCOBHOCTEN,
MaMsATU U KOHLIEHTPaLUMM BHMMaHWs. Bo3pacTHble M3MeHeHWs1 OByCrioBfeHbl 3aMedJIeHMeM OGMEHHbIX MPOLECCOB WU
CTPYKTYPHBIMU U3MEHEHUSIMW B KJIeTKaX MO3ra, TakKUMU KaK Hanuyme HenpopUOPUIISIPHBIX CrNIeTEeHWW, CeHWMbHbIX
6naweK M Opyrux MnopaxeHun. B KOHEeYHOM cyeTe 3TU WUBMEHEHUS MPUBOOSAT K CHVDKEHMIO CUHAMTUYECKON W
HEMPOHANbHOM MIAaCTUYHOCTW, UTO BIIEYET 33 COOON CHMKEHME KOMHUTMBHbBIX CMIOCOOHOCTEN.

Cpefu CTPYKTYp, OTBETCTBEHHbIX 33 Halll KOrHUTMBHbIE CMOCOBHOCTU aBHYIO POSib BbIMOSHSET GpOHTanbHas Kopa W
rynnokamn. MpoHTarbHas Kopa — [T1aBHbIM WMHTErPaLMOHHbIM LIEHTP Hallero Mosra, MMEHHO OHa OTBeYaeT 3a Hally
pabouylo MaMsTb, KOHLEHTPALMIO BHUMaHWS, aHalIUTUYEeCKME CMOCOBHOCTU. MMMokaMm OTBeYaeT 3a  Haly
MPOCTPaAHCTBEHHYIO MaMsiTb, OBy4YeHue W yyacTByeT B POPMUPOBAHUM [OONFOCPOYHON MaMsiTU. 3ybuaTtas M3BUIMHA
rUnnokaMmma sIBsieTCs OOHOM U3 HEMHOIMMX CTPYKTYP B HalleM Mo3re, roe MpPOAOKaeTCs CO3LaHME HOBbIX HEMPOHOB Ha
MPOTSHKEHUN BCEM XKUBHU.

OnHaKo Yy OOHUX JIIOOEN CHWDKEHWE KOMHUTMBHbBIX CMOCOBHOCTEN C BO3PacTOM CBOAMTCS K MUHMMYMY, B TO X€ CaMoe
BpeMsl OpyrMe OEeMOHCTPUPYIOT BbIPaXEHHbIE HapylweHus. [eHeTVKa B 3HauuTesIbHOM CTemneHW ornpenensieT PUcKu
CHUXXEHUS KOTHUTUBHBIX CMIOCOBHOCTEN C BO3PaCTOM.

B HaleM oTyeTe Mbl pacCCMOTPUM FreHeTUYeCcKMe BapUaHTbl OBYX MEHOB, UrpaloLLyX BakKHYIO pOsib B OBMEHHbIX MpoLeccax
M HeMPOMIaCTUYHOCTM HaLlero Mosra.

leH APOE, kooupyeT 6enoK, perympyoLmii MNMaHbi OOMeH B HalleM MO3re, reH HeMpoTpoduyeckoro pakTopa Mosra
(BDNF) vrpaeT BaXKHYtO poOsib CUHaNTUYECKOW M HEMPOHaNbHOM MNaCTUYHOCTY, B CO30aHUM HOBbIX HEVMPOHOB B 3y64aTOoM
U3BUIMHE MMNNokamna. MonmMMopdHble 3aMeHbl B 3TUX MreHaX MPUBOASAT K CHUKEHUIO UX aKTUBHOCTU, YTO BNMSIET Ha HallW
BO3PACTHbIE U3MEHEHUS KOrHUTUBHBIX CMIOCOBHOCTEMN.

NccnenyeMble reHbl

BDNF APOE

KooypyeT 6enok, KOTOpbIA YydyacTByeT B rnpoLecce AMonunonpoTenH niasMbl KPOBU BXOOUT B COCTaB XUITOM
pasBUTUS  HEMPOHOB,  CMOCOGCTBYS  BbDKMBAaHMIO U M KPOHOB U NUMOMNPOTEMHOB OYEHb HW3KOM MIIOTHOCTM.
ombdepeHUMaLMM  HEMPOHOB  MNepudepuyeckor  u OovH M3 BaXHeWWMX  arnobesikoB,  YYacTBYHOLMIA

LIEHTPa/IbHOM HEepBHOW CUCTEM. YUacTByeT B aKCOHO- U
[eHppuToreHese, perynvpyeT CUHaNTUYeCKyto nepenady
curHana.  BoeneyeH B mpouecchl  HeMpoHanbHOM
MNacCTUYHOCTU U UrpaeT K/OYEBYIO poOfib B MPoLEeccax
OBYyYEeHMS N NaMSATU.

HEe3aBMCMMO B OOMEHe J/MMMAOB B KPOBM, C OOHOM
CTOpOHbl U B OOMeHe XxonecrepyHa B Mo3re (U B
HEeKOTOpbIX ApYrMx opraHax) — cC pgpyrown. Perynupyet
obMeHHble npoLecchl B Mo3re. MrpaeT ktoyeByto posb B
npoLeccax obyyYeHus 1 NaMsTU.



3akJioueHue

Y o6cnenyemMoro BbisBEHa NMpenpacrnonoXeHHOCTb K BbICOKOMY YPOBHIO HEMPOHAMbHOM MIacTUYHOCTU. STO
ob6ecrneumBaeT BbiCOKUIM YPOBEHb KOMHUTUBHbIX CMIOCOGHOCTEN U Me/IEHHOE WX CHWXKEHWE C BO3PAaCTOM.

ObcnegoBaHUS

O6cnenyeMoMy He CTOUT npeHebperatb NpodUnakTUYeckMM 06CIeA0BaHMAMM, HaNpUMep, XenaTeslbHO MHOoMra
NPOBEPSTb NMMUOHBIA CNEKTP KPOoBU*. Mpy HEOBXOAMMOCTU €My MOMyT 6biTb Ha3HauYeHbl AOMONHUTENbHblE OBcnenoBaHUS
(33r, MPT, KT, M3T). Ocoboe BHMMaHWe 06CNefoBaHUAM CTOUT YAENATb Mo AOCTUXKeHun 60-65 net u 6onee*.

PekoMeHOaLUmMmM No rnpopuiakTmke

[ nopoepXaHWs XopoLlen paboTbl FONTOBHOrO MO3ra BO B3POC/IOM BO3pacTe KpalHe BaxHa boraTtasi u pasHoobpasHast
pasBuBatoLLaa cpeda. [n1s MPOAYKTUBHOM paboTbl MO3IY HY>KHbl HOBblE BrieYaT/IeHUs], HOBble 3aaa4u, HoBasi MHOpPMaLMS,
T.€. MOCTOSIHHbIE U3MEHEHMS. 10 BO3MOXHOCTM OOCIIeAyEMOMY CTOUT 3aMEHSITb PYTUHHbIE U LWABMOHHbIE AENCTBAS Ha
HOBbIE 1 HEMPUBbIYHbIE eMy. BnaronpusTHbI 3aHATUS HEMPOOKKON. Takke obCreayeMbii MOXET MPUMEHSTTb crieumarbHble
CUCTEMbI MPUEMOB 1 METOLOB, UCMOMb3YOLME BO3MOXHOCTY BOOBPaXEHMUS,, BHUMaHWS, MbILLIEHWS ANs JTyYLlero
3arnoMUHaHWsi HeO6XoANMMOWN MHbOPMaLMM (MHEMOTEXHWKM). EMY CTOUT OTperyiMpoBaTh PexmnM OHs:: HeJOCTaToOK CHa,
OTCYTCTBUE PEryNsiPHbIX GU3NYECKMX HArPy30K, N3ObITOK CTPECCOB KpaHe HEeraTWBHO CKasblBalOTCS Ha MaMsiTy,
BHUMaHMM, CKOPOCTU MbILLSTEHUS U APYIUX BaXKHbIX MCUXMYECKMX MPOLIeCCax.



3akJiroyeHme

Mbl XOoTenn 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 CMNELUManMCTOM WM OpyrMY Nuammy ons
ONarHOCTUKM 3a001IE€BaHMN U TEKYLLErO COCTOSIHUS 300POBbS.

Ha ocHoBe [HK-aHanusa MOXHO penaTb BbiBOO O FEHETUYECKM OOYC/TOBEHHbBIX
OCOBEHHOCTAX OpraHM3Ma U HAMBUAYanbHbIX 3PhEKTOB CpeaoBbIX BO3AEUCTBUN. [pun
3TOM, BNMSHME BHELWHUX GaKTOPOB, TakMX KaK cpena, NMpUMOBPETEHHbIE XPOHUYECKUE
3aboneBaHVs, B OAHHOM OTYEeTe Yy4yecCTb HEBO3MOXHO. MHTeprnpeTaumio pesynsraTtoB
aHanmM3a pekoMeHOOBaHO MPOBOAUTb C YYETOM aHaMHe3a U TeKyLero COCTOSHUS
300pOBbsi 06C/1EeAYEMOroO.

XenaeM BaM 1 BalwmM o6creayemMbiM 300POBbs 1 Braronosyyms!

143

Kop, obcnepyemoro WOTEST3





tel:88005001102
https://mygenetics.ru/

