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BBeneHue

B ocHoBe nmpodeccroHanbHOro otTyeTa nexar
HOBeWLLME HayYHble CCeaoBaHMsa acCoLMaLM reHOB
C 3ab01eBaHVAMU U MPKYI3HaKaMK YesI0BEK],
OCHOBaHHbIE Ha pe3ynbraTax C A0Ka3aHHOM
KMHMYeckom addekTMBHOCTLIO. PeaynsraTel [HK-
aHanM3a No3BONAKOT ONpenenTb
MNPEeapacrofIOXXEHHOCTb K METaBOIMYECK/M
HaPYLWEHUAM U arIMMEHTaPHbBIM 3a001EBaHUAM.
Ncrnonbaysa OHK-TeCT, MOXHO onpenennTb
MpPenpacrioNOXXEeHHOCTb K OXMPEHUIO, OMabeTY 2-ro
TUMNa, LENMaKUM, JTAKTa3HOM HeJOCTaTOYHOCTW,
aTEepOCKIEPO3Y, FMNEPrOMOLIMCTEVHEMI,
rMNepTpuUrnvLepuoeMin, 601e3HM AnbLireMepa,
MPODUIAKTMPOBATb BUTAMUHOAEPULIMT, a Takxke
onpenenuTb HOVBUOYya lbHblEe CpefoBble GakTopbl,
BIIVSIOLLME Ha PUCK OHKOSIOMMYECKX 3a001EBaHN.

HaHHble JHK-TecTa He aBnatoTCa AMarHOCTUYeCKMMM
1 HE BbIABAAIOT HanM4ve TOro Ui MHOro
3aboneBaHus y yenoseka. NpumeHmMocTb [JHK-TecTa
3aK/IKOYaeTCH B MPOrHO3MPOBaHMM 1 MPOPUIaKTVIKE
MeTabOoIMHECKIX HAPYLLEHMIN YENOBEKA U COCTaBNEHM
VHOMBUAYAbHBIX MPOrPaMM Of151 CHIKEHMS pUCKa
3ab01eBaHMI 1 YNydllieHVs oBLWero COCTOAHVA
300pOBbs. 19 MHTEPNpEeTaLUMm pe3ynNsTaToOB aHaIM30B
TpebyeTca KOHCYNbTaLMsa CreupmanicTa.



CopepxaHue

Kak paboTaTb C OTYETOM
PesynsTaThl FeHEeTUYECKOro aHamaa

Muwesoe noseneHne

MNoTpebneHue sHePrn U3 ML
M30bITOUHbIN BEC V1 OXXUPEHME
DbDEKTUBHOCTb BbICOKOOETKOBOW OMETHI
DPPEKTUBHOCTb HUIKOYITIEBOOHOM ANETHI
DPDEKTUBHOCTL HU3KOXMPOBOM ANETHI

BkycoBbie olyleHns
YyBCTBUTENBHOCTb K CMIaAKOMy BKYCY
BkycoBasi peLenums XmMpHoOro
YyBCTBUTENBHOCTb K FOPbKOMY

Muwesble HenepeHOCMMOCTU
JlakTa3zHasg HeOoCTaTOUYHOCTb
HenepeHocmMocTb moTeHa

BuTaMmHb!

MeTabonmam xomHa
MeTabormM3amM KapoTUHOWAOB
MeTabonmam BuTaMmmHa D
TpaHcrnopT BUTaMuHa E
MeTabornmam BuTaMmmHa B6
MeTabonmam BuTamMmHa BO
MeTabonmam BuTamMmHa B12
Butammn C

PereHepaums KoaH3mMa Q
MeTabornmam xenesa
BeretapvaHcTBO

YrneBogHbii 06MeH
CaxapHbln omabet 2-ro Tmna
Mnkauma

JIvnnpaHbIh o6MeH

ATepock/epo3

Puck runepromoumcrenHeMnm
MnepTpyrmLepuaemMns

YpoBeHb NMMMOMPOTENHOB HN3KOW MAIOTHOCTU
YPOBEHb MMMNOMPOTEMHOB BbICOKOM MIIOTHOCTU
MonMHeHaCbILEeHHbIE XXVPHbIe KMCOTbI

BopHo-coneBoi o6MeH
BonHo-coneBow 6anaHc
ApTepuanbHas rmnepTeH3ns
BUMoCKHTE3 anbooCTepOHa
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Kak paboTaTb

C OTYETOM

OnucaHue NpuaHaka -
DUBMONOIMHECKaRA W
INAAEMNONOT MHECKaS

MHdopMaums

O NpW3Hake
OnucaHme reHos —

UHTEPMNPETALMA
DOYHKLMIA reHoB
W MX ponen B

MeTaboNM4eCcKMX
My TsX
HassaHne
npM3Haka
(o)
P N
WP
Wicaflod
(}ﬁ f*
oo
pﬁ;obo o
(= de‘e
e
w‘“"ep. A
! e
<& '
e
s
=
"d“
=
/ ;
PeaynbTtaT
reHeTU4eckoro
Kop o6cnepyemoro - aHanuaa - BKIYaeT
YHUKaNbHbLIM KaeHTUDMKaTOP vHGopMaLmio 06
obcnenyemoro aHanMaupyembix
reHax, BCTpeYaeMocT
v X addekTe Ha

Npr3HaK
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O6cnepoBaHus —
CrVCOK ¥
obocHOBaHME
pPEKOMEHOOBaHHBIX
obcnenoBaHuiA
ON8 YTOUHEHUS
avarHoza

3aknyeHuwe -
KIOHEBON BLIBOL MO
MPU3HaKY, MoMyYasMblii
Ha OCHOBE pe3ynLTaTtos
aHanNM30B MccnenyeMbix
reHOB NpusHaka

PekoMeHpaumu no
npopunakTuke =
CrIMCOK
VIHOWBMLY 3 bHBIX
pEeKOMEHODBAHHBIX
Mep, HanpasneHHbIxX
Ha NpopUNakTHKyY
3abonesaHmin nm
METabONMHECKIAX
HapyLLEHIA




PesynbTtaT

aHaJIN3a

reHetTn4yeCkoro

damunma Nma OTuecTBO Bospact 26
Mon dKeHckui
Kop naumeHta: PD0962 PocTt 170
Bec 70
KDA 1.375
MMT 24.2
MpusHak leH MonumMopodusm MeHoTVN BapwuaHT SdoekT
MoTpebreHmne aHepriv 13 muum  FTO rs9939609 AJA Polym/Polym = =
MC4R rs17782313 /T Norm/Norm
M36bITOYUHbIN BEC U OXupeHre  FTO rs9939609 A/A Polym/Polym = =
MC4R rs17782313 7T Norm/Norm
ADRB3 rs4994 /T Norm/Norm
ADRB2 rs1042714 C/G Norm/Polym =
FABP2 rs1799883 G/A Norm/Polym =
PPARG rs1801282 c/C Norm/Norm = =
CD36 rs1761667 A/A Polym/Polym = =
SdPeKTMBHOCTD FTO rs9939609 AJA Polym/Polym
BbICOKODENKOBOW ANETDI
SddextusHOCTL TCF7L2 rs12255372 G/T Norm/Polym =
HWN3KOYeBOAHOW OVNETbI
YITISBORROM A GLUT2 rs5400 o/ Norrm/Polym =]
ADRB2 rs1042714 Cc/G Norm/Polym =
SPdEKTUBHOCTb FABP2 rs1799883 G/A Norm/Polym =
HI/I3KO)KI/IpOBO§I aneTbl
PPARG rs1801282 c/C Norm/Norm
CD36 rs1761667 AJA Polym/Polym
APOE rs429358,rs7412  E3/E4 Norm/Polym =
YyBCTBUTENBHOCTL K CriagkoMy  GLUT2 rs5400 Cc/T Norm/Polym =
BkycoBas peLienuums xmnpHoro  CD36 rs1761667 AJA Polym/Polym = =

MepcoHanbHbIn OHK-oTyeT: PDO962



PGBYﬂbTaT reHeTn4yeCcKoro aHasmaa

MpusHak leH Monmmopdpusm FeHoTVIn BapuaHT Db dekT
YyBCTBUTENBHOCTb K ropbkoMy  TAS2R38 rs1726866 c/C Polym/Polym = =
JlakTasHasi HeLOCTaTOUYHOCTb MCM6 (LCT) rs4988235 c/C Norm/Norm = =
HenepeHocnMoCTb mioTeHa HLA-DQ2.2 rs7775228 /T Norm/Norm
HLA-DQ2.5 rs2187668 G/G Norm/Norm
MeTabomM3M XOnmMHa PEMT rs7946 c/T Norm/Polym =
MeTab0omaM KapoTMHONAOB BCMO1 rs12934922 AT Norm/Polym =
MeTab0omam BUTaMHa D VDR rs1544410 AG Norm/Polym =
TpaHcropT BUTaMmnHa E APOAS5 rso64184 c/C Norm/Norm
MeTab0omM3M B1UTaM1Ha B6 ALPL rs4654748 c/C Norm/Norm = =
MeTabormaM BuUTaMHa B MTHFR rs180M33 c/T Norm/Polym =
MeTabomam BuTaMiHa B12 FUT2 rs602662 A/A Norm/Norm
BuTamuH C SLC23A1 rs33972313 G/G Norm/Norm
PereHepalinsg KO3H3MMa Q NQO1 rs1800566 c/C Norm/Norm
MeTabonmMam xenesa HFE rs1800562 G/G Norm/Norm
HFE rs1799945 c/C Norm/Norm
BereTapuaHcTBO FUT2 rs602662 A/A Norm/Norm
BCMO1 rs12934922 AT Norm/Polym =
VDR rs1544410 AG Norm/Polym =
FADS1 rs174547 T Norm/Norm

MepcoHanbHbIn OHK-oTyeT: PDO962



PGBYﬂbTaT reHeTn4yeCcKoro aHasmaa

MpusHak leH Monnmopdpusm FeHoTVin BapuaHT Db dexT
CaxapHbli auabeT 2-ro Tmna TCF7L2 rs12255372 G/T Norm/Polym =
PPARG rs1801282 c/C Norm/Norm = =
FTO rs9939609 AJA Polym/Polym = =
GLUT2 rs5400 c/T Norm/Polym =
KCNJT rs5219 G/G Norm/Norm
AGER rs2070600 G/G Norm/Norm
MmuKaLums AGER rs2070600 G/G Norm/Norm
ATepocKknepos APOE rs429358,rs7412  E3/E4 Norm/Polym =
CETP rs5882 A/A Norm/Norm = =
MTHFR rs1801133 c/T Norm/Polym =
FADS1 rs174547 /T Norm/Norm
APOAS5 rs964184 c/C Norm/Norm
PUCK rMneproMoumcTenHemMin  MTHFR rs1801133 c/T Norm/Polym =
MnepTPUIMMLEpUaEMAS APOAS5 rs964184 c/C Norm/Norm
APOE rs429358,rs7412  E3/E4 Norm/Polym =
FADS1 rs174547 T Norm/Norm = =
YPOBEHb SMMONPOTENHOB CETP rs5882 A/A Norm/Norm = =
HW3KOW MIIOTHOCTU
APOE rs429358,rs7412  E3/E4 Norm/Polym =
FADS1 rs174547 /T Norm/Norm
APOAS5 rs964184 c/C Norm/Norm
YPOBEHb SMMONPOTENHOB CETP rs5882 A/A Norm/Norm = =
BbICOKOW MNOTHOCTU
APOE rs429358,rs7412  E3/E4 Norm/Polym =
FADS1 rs174547 /T Norm/Norm
APOAS5 rs964184 c/C Norm/Norm
MonMHeHacbILEHHbIE XMpHble  FADST rs174547 T Norm/Norm

KMCNOTbI

MepcoHanbHbIn OHK-oTyeT: PDO962



PGBYﬂbTaT reHeTn4yeCcKoro aHasmaa

MNpusHak leH MonuMopdpusm MeHoTvn BapuaHT DpoekT
BoaHo-conesolt 6anaHc ADD1 rs4961 G/G Norm/Norm
ACE rs4341 D/D Polym/Polym = =
CYPT11B2 rs1799998 /T Norm/Norm = =
ApTepuarnbHas rmnepTeH3mns ACE rs4341 D/D Polym/Polym = =
CYPT1B2 rs1799998 T Norm/Norm = =
MTHFR rs1801133 Cc/T Norm/Polym =
ADD1 rs4961 G/G Norm/Norm
CYPI1A2 rs762551 A/C Norm/Polym =
BUOCKHTES anbaocTepoHa CYPT1B2 rs1799998 /T Norm/Norm = =
MeTabo/m3aM aTaHoMa ADH1B rs1229984 G/G Norm/Norm
MeTabonmam kodenHa CYP1A2 rs7625571 A/C Norm/Polym =
[eTokcrkaums kceHobuoTukos  CYPIA2 rs762551 A/C Norm/Polym =
GSTP1 rs1695 AJA Norm/Norm
[eTokcunkaluma cynepokcaos  MNSOD rs4880 c/T Norm/Polym =
GSTP1 rs1695 A/A Norm/Norm
AKTVUBHOCTb GPX1 rs1050450 c/T Norm/Polym =
FyTaTVOHNEPOKCMAA3bI
AKTVBHOCTb KaTanasbl CAT rs1001179 G/G Norm/Norm
MeTabormaM 6UMMpy6rHa UGT1A1 rs8175347 6TA/6TA  Norm/Norm
PaspyLueHue MEXKIETOUHOrO MMP1 rs1799750 -/- Norm/Norm
MaTpuKca
KonnareH COL1A1 rs1800012 G/G Norm/Norm
SnacTuH ELN rs7787362 c/C Polym/Polym = =

MepcoHanbHbIn OHK-oTyeT: PDO962



PGBYﬂbTaT reHeTn4yeCcKoro aHasmaa

MpusHak leH Monmmopdpusm FeHoTVIn BapwaHT Db dexT
CWHTE3 3CTPOreHoB CYP19A1 rs6493497 G/G Norm/Norm = =
PeLienTopbl K 3CTPOreHaM ESR2 rs10137185 c/C Norm/Norm = =
CepOTOHMHOBasA cUCTEMa SHTT rs2129785, L/S Norm/Polym =
rs1867581
HTR1A rs6295 G/G Polym/Polym = =
MAOA rs6323 /T Norm/Norm
[odamHoBas cucTeMa DRD2 rs1800497 G/G Norm/Norm
DAT1 rs27072 c/C Norm/Norm
COMT rs4680 A/A Polym/Polym
HopappeHanuHoBsas cucTeMa NET rs2242446 /T Norm/Norm
ADRA2A rs1800544 c/C Norm/Norm
COMT rs4680 A/A Polym/Polym
Menxonoruyeckme DRD2 rs1800497 G/G Norm/Norm
3aBK1CKMOCTU
YyBCTBUTENBHOCTb K HUKOTUHY ~ CHRNAS rs16969968 G/G Norm/Norm
GSTP1 rs1695 A/A Norm/Norm
DRD2 rs1800497 G/G Norm/Norm
ASKOrosbHast 3aB1UCUMMOCTb ADH1B rs1229984 G/G Norm/Norm = =
DRD2 rs1800497 G/G Norm/Norm
BonesHb AnbLireiMepa APOE rs429358,rs7412  E3/E4 Norm/Polym =
CETP rs5882 AA Norm/Norm = =
CHVI)Ke6H M€ KOTHTHBHbIX BDNF rs6265 c/C Norm/Norm
CNOCOBHOCTEN C BO3PaCcToM
P APOE rs420358,rs7412  E3/E4 Norrm/Polym =
Mapkepbl CKOPOCTM ACTN3 rs1815739 /T Polym/Polym = =
PPARG rs1801282 c/C Norm/Norm = =
ACE rs4341 D/D Polym/Polym

MepcoHanbHbIn OHK-oTyeT: PDO962



PGSYﬂbTaT reHeTn4vyeCckoro aHasimaa

MNpusHak leH Monumoppusm FeHotvn BapuaHT SpodekT
MapKepbl cusbl ACE rs4341 D/D Polym/Polym
ACTN3 rs1815739 T Polym/Polym = =
PPARG rs1801282 c/C Norm/Norm = =
ADRB2 rs1042713 G/A Norm/Polym =
MapKepbl BbIHOCIMBOCTU ACE rs4341 D/D Polym/Polym = =
ADRB2 rs1042713 G/A Norm/Polym =
PuUBNYEecKas akTUBHOCTb A1 ADRB2 rs1042714 C/G Norm/Polym =
CHW>XEeHNA BeCa
ADRB3 rs4994 /T Norm/Norm
FTO rs9939609 A/A Polym/Polym = =
PPARG rs18071282 c/C Norm/Norm = =
MnepTpodusa M1okapaa ACE rs4341 D/D Polym/Polym = =
TpaBMaTUueckast APOE rs429358,rs7412  E3/E4 Norm/Polym =

sHUedanonaTus

OHK aHan3 nposeneH
OO0 “HauvoHanbHbIM
LIEHTP FrEHETUYECKUX
mccnenoBaHmin®
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[TuweBoe
noseneHue

B npouecce nuueBapeHs BCce nuTaTesibHble
BelweCTBa paCllenndroTcAa Ha COCTaBHble 3J1EMEHThI,
4aCTb KOTOPbIX MepexoanT B MEXaHNYECKYHO pa6OTy,
BbIMOJIHAEMYIO MbllULaMK, @ Opyrad YacCTb
MCMoNb3yeTCA /14 CMHTE3a Bonee CrnoXXHbIX
coeayHEHN U HaKamIMBaeTCsa B CrieLyaribHbIX
MaKpO3Prim4eCKMX CoemHeHAX.

STOT NpoLecc obecreymBaeT aHepreTnieckmii obMeH
B OpraHm3Me, KOTOpbIM HEOOX0OMM 0118 NOoaOepP>XaHVS
XKU3HEOEATENbHOCTU U COXPaHEeHUs MOCTOSHCTBA
BHYTPEHHeW cpefbl — roMeocTasa. YCBOSIEMOCTb
Pa3HbIX MUTaTEbHbIX BEWECTB Y BCEX Ntoaew pasHas,
OHa 3aBVICUT OT MHOVBWAYabHbIX OCOBEHHOCTEMN

1 COCTOSIHMS OpraHMamMa, a Takxke OT 0bpasa X3HM
yernoBeka, KONMMYeCTBa 1 KadecTBa noTpebngemMom
ML

OCcoBEHHOCTM GYHKLUMOHMPOBaHWS SHEPrETUYECKOTO
obMeHa B OpraHy3Me B/MSHOT Ha OCHOBHOW OOMeH
BeLWeCTB M MMLWEBOE NOBEOEHME YeTOBEKa.

C OXMpeHreM CBs3aHbl He TOMbKO MeTabosmyeckme
HapPYLUEHMUS!, HO W MCUXOreHHble GakTOpPbl, KOTOPbIE
MPVBOOAT K CUCTEMATUYECKOMY NepeenaHiio

1 HEOCO3HAHHOMY YBETNYEHMIO CYyTOYHOM
KaTIOPUMHOCTM paLpmoHa. [ nogaepsKaH1s 300Pp0BbS
W CTPOMHOM GUMYpPbl HY>KHO pacCYMTbIBaTb
VHOVBMOYAbHYIO CYyTOUHYHO HOPMY Kafiopui

W YYUTbIBaTb GUINUECKYIO aKTUBHOCTb YefioBeKa.

MepcoHanbHbin OHK-oTueT: PD0O962



MNoTpebneHue aHeprum us
AL

Nccnepnyemble reHbl

KopmpyeT 2-oKcoryTapaT-3aBMCUMYIO AeEMETUMa3Y, KOTopas yqacTeyeT
FTO B MOAMPUKALIMIN HYKIIENHOBBIX KNCMOT, OCYLLECTBASIOLUMX PETYISTOPHYHO
dYHKLMIO0. Benok BbipabaTbiBaeTCst B OObLUEN UMM MEHbLLEN CTeMNeH
MOYTM MOBCEMECTHO B OpraHM3Me, HO MakCMaribHO — B HEPBHOW TKaHM
1 OCOBEHHO B rnoTanamyce. NommMopdmnamM 3Toro reHa cea3aH
C 3aMef/IeHHbIM YyBCTBOM HACbILLEHUS 1 YBENUYEHHbBIM MOTPedIEHEM
Kanopu 1 BHOCUT 6OMbLWOM BKaL, B Pa3BUTUE OXMPeHU. OQHaKo 3TOT
PUCK MOXHO CHU3WNTb PEryISPHOM GU3NUYECKOM aKTUBHOCTbIO.

KopmpyeT MenaHoKOpTUKOTPONMHbIN peLenTop 4, KOTOPbI OTHOCUTCS
MC4R K aHOPEKCUIEHHOM YaCTu perynaTOPHOro MyTu MULLEBOMO MOBEAeH NS

(MeNaHoOKOPTUHEPTNYECKMM MY Tb). DKCMPECCUPYETCS B LLEeHTPaNbHOM

HEPBHOM C1CTEME, B MEPBYIO OYepeb B FOSIOBHOM MO3re.

B3anMopencTByeT ¢ aapeHOKOPTUKOTPOMHbIM

¥ MENaHOLIUTCTUMYIMPYIOLLMM FOPMOHaMW. Yepes 3TOT peLernTop npu

yyacTum G-6enKoB 3aryckaeTcst CUIrHan O NMoAaBieHM YyBCTBa rosiofa

M CHUXKEHWM NMOTPebneHns nuwm. MonmmopdHasi 3aMeHa B 3TOM reHe

CBSI3aHa CO CHWXXEHHOW CKOPOCTbIO MOAAaBIEHNS YyBCTBa rO/I04a

1 yBEnmMUeHmeM obLen KanopmmHOCTU paLmoHa.

Pe3ynbTaT reHeTU4YeCcKoro
aHanusa o

leH MonuMopopusm MeHoTVIN YacTtoTa Pesynbtat AddekT

FTO rs9939609 A/A 20% MpenpacrnonoXeHHOCTb K MefIeHHOMY MOSIBNEHMIO ==
UYBCTBA HaCbILEHNS

MC4R rs17782313 /T 58% He BbisiBNeHa NMpeapacrionoXeHHOCTb K CHVKEHIO n
CKOPOCTM MOJABeHMNs YyBCTBa roNoaa

MepcoHanbHbin OHK-oTueT: PD0O962 1



MoTpebneHne aHeprum ns NULLm

BocronHeHe aHepreTnyeckmx 3aTpaT B OpraHm3mMe
MPOWVCXOONT 3@ CHYET MUTATENbHbIX BELLECTB,
MOCTYMaloWMX U3 M. OCHOBHbIMN MCTOYHMKAMM
SHEPTrMK A1 YeToBEKa SABMSIOTCS XMPbl U YIMEBOAbI.

B npoLiecce nuiieBapeHys BCe MMTaTeNbHbIE BEWEeCTBa
PaCLLENISHOTCS Ha COCTaBHbIE YacTW, KOTOPble
BCaCbIBalOTCS B KMLLIEYHMKE 1 NepepabaTbiBatoTCs
OpraHmM3MoM. INpoLLECChl YCBOEHWS XNPOB U YITeBOAOB
B OpraHi3me TECHO B3aMMOCBS3aHbl APYr C APYroM.

MoBbILLEHWE YPOBHS TIIOKO3bl B KPOBW, Bbl3BaHHOE
pacLlerneHeM yrmeBOLOB, yBENMUMBAET BMOCUHTES
TPUMULLEPVLOB U YMEHbLLUAET pacrag X1pos

B XXMPOBOW TKaHW, Tak M 06Pa30oM, B KPOBb MOCTyrMaeT
MeHblLLe CBODOOHbIX XVPHbIX KNCIOT. O6beM
rnoTpebNeHNs MUKW PEryIMpyeTcs rMnoTanamyCcoM Mnog,

3aknoveHue

[OeACTBMEM OCHOBHbIX TOPMOHOB o103 U HaCbILLEHUS
— nermHa (CHUXeHMEe YPOBHS KOTOPOro BeaeT

K YCUIEHUIO anmneTmnTa, MOCKOSbKY B HOpME

OH MofaBrsieT BblpaboTKy OTBETCTBEHHOMO

3a bopMrpoBaHmMe YyBCTBa rorofa Helponermiaa Y)
1 rpenvHa (NoBbllWeHne KOHLEHTPaLMM KOTOPOro
CBSI3aHO C HaCbILLEHWEM).

TeHeTUYecKe PasMums oNpenenatoT, Kak byaeT
OLIEHMBATbCA HEPBHOW CUCTEMOW BanaHc 3TUX
FOPMOHOB, a TaKXe B/MSIOT Ha CYObeKTVBHOE
BOCMPUATME rOfIoAa U HacbllWeHMS. B nepByto odepenb
CYLLUECTBEHHbIM BK/ad BHOCAT MOSMMOPGbU3Mbl FEHOB,
CBSI3aHHbIX C BbIPabOTKOW FrOPMOHOB rMMnoTaamMyca,
perynMmpytoLmx nmLLeBoe NoBeaeHMe, a Takxe
PEeLEenTOPOB K HIM.

leHeTMYecKkM aHanM3 nokasarn, YTo y o6crnenyeMoro MMeeTcsi CpeqHUn puckK
Habopa Beca n3-3a BO3MOXHbIX HapyLieHnii ¢opMMpOBaHUS YyBCTBa rosioaa u

HacbllWeHns.

O6cnepoBaHuA

ObcnenyeMoMy xenaTerbHa exxeqHeBHas
dU3mMYeckas akTUBHOCTb. EMy
PEKOMEHOYETCS BbIChIMATLCS, YTOObI
VICKIOYNTb HapYyLLIEHMS BbIPaOOTKM
FOPMOHa FpenmMHa, MOBbILAIOLWErO anmneTuT.
He xenaTenbHo nobasisaTs B 61008 MHOro
mpunpas 1 conm. O6cnenyemMoMy MOXHO
pEKOMeHO0BaTb MPOBEPUTL YPOBHM
rpenMHa 1 NemTrHa, MKO3Y B KPOBU U
MnMaorpaMmy (TpUMLEPUabI, OBLLMMA
XOnecTepuH, xonectepuH JMBI v JIFHM)*.
L[ornoHNTEIbHO MOXET OblTb MOSIE3HO
MPOBEPUTL FOPMOHbI LUMTOBUAHOM Xenesbl
(T3, T4, TTT), iooXenyao4YHOM Xenesbl
(MHCYMH)*.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauum no npopunakTuke

Y obcrnenyemMoro MMeeTcs CpedHUIn PUCK HapyLIEHWS
MULLEBOrO MOBELAEH S, MO3TOMY BO3MOXHO NepeefaHue.
YTOObI CHU3UTL PUCK NEpeenaHus, eMy crienqyet
ornpenenTb pa3Mep PeKOMeHL0BaHHOW MopLUMK eapbl U
He MpeBbIaTh ero*. EMy pekoMeHgoBaHO nuTaTbes 3-4
pa3a B AeHb. Ec/im Heob6XxoayMo yBENMUMTL KPaTHOCTb
nMTaHWs 0o 4-5 pas B CYTKW, TO AOMONHUTENbHbIE
npveMbl MLV He OMKHbl COAEep>XaTb YrneBoabl
(mOMyCTUMBI HEKPaXManMCTble OBOLLM, Benkn m
Mone3Hble XMpbl). PeKoMeHO0BaHbl BDEMEHHbIE
orpaHuyeHus B ynoTpebneHnm yrmesoaos: o 12:00
BO3MOXHO YroTPebisTb AOMYCTVMOE KOIMYECTBO
MPOCTbIX YreBoaoB, dpyKTbl, arofbl; Ao 16:00 -
CMOXHble YrmeBOAbl (KPYrbl, X/1€0, MakapOHbl) U
KpaxMasmcTble OBOLWM (KapToderb, KyKypy3a, CBeKa);
nocne 16:00 - HekpaxManmcTble OBOLWM (OrypLibl,
TOMaTbl, BCE BMAbI KaryCTbl U Ap.)*. XXenatenbHo niTb
BoAy 3a 20 MVH. 0O MpueMa ML,
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N36bITOUYHBbIVA BEC N OXXUPpEHUE

NccnepyeMmbie reHbl

FTO

MC4R

ADRB2

ADRB3

MepcoHanbHbin OHK-oTueT: PD0962

KooupyeT 2-okcornyTapaT-3aBUCUMYIO AEMETUIa3Y, KOTopas y4acTByeT
B MOOMOMKALMU HYKTEMHOBbIX KMCIOT, OCYLLECTBISIOLUMX PErYISTOPHYO
dyHKUMIO. Benok BbipabaTbiBaeTCst B OO/bLUEN WM MEHbLUEN CTENneHU
MOYTM MOBCEMECTHO B OpraHM3me, HO MakChMaribHO — B HEPBHOW TKaHM
1 OCOBEHHO B rvnoTanamyce. MommMopdramM aToro reHa ceasaH

C 3aMeL/IEHHbIM YyBCTBOM HaCbILLEHWSA U YBENIMUYEHHbIM NMOTPebeHeM
Kanopui 1 BHOCUT 60/bLION BKIAL, B pa3BUTUE OXMpeHus. OQHaKo aToT
PUCK MOXHO CHU3WTb perynspHom GrU3n4eckom akTMBHOCTbBIO.

KoampyeT MenaHoKopTUKOTPOMHbIN peLenTop 4, KOTOPbIX OTHOCUTCS

K aHOPEKCUIEHHOW YaCTW PerynaTopHOro nyT MMLWEBOro NMoBeneHMs!
(MEenaHOKOPTUHEPTMYECKNI MyTb). DKCMPECCUPYETCS B LLIEHTParibHOM
HEPBHOW CUCTEME, B MEPBYIO OYepEeb B FONIOBHOM MO3re.
B3anvMopencTByeT ¢ afpeHOKOPTUKOTPOMHBIM M MENaHOLMT-
CTUMYMPYIOWYM FrOPMOHaMK. Yepes aToT peLenTop npr yyactim G-
6ernkoB 3aryckaeTcst CUrHas O MoAaBeHNM YyBCTBa FOSI0Aa W CHUXKEHNM
noTpebneHus niwm. MommmMopdHas 3aMeHa B 3TOM reHe CBsi3aHa

CO CHWXXEHHOW CKOPOCTbIO MOAABNEH S YyBCTBa ro/1ofa U yBEIMYEHNEM
0obLLEeN KaropUMHOCTU paLoHa.

Kopumpyet beTta-2-agpeHepruyeckiiin peLentop — MOHHbIM 6e/KoBbIv
KaHan uMTona3mMaTyeckom MeMopaHbl KNETKM, MMEIOWMIA BbICOKYO
CTeneHb CPOACTBA K afpeHavHy 1 0BecrneymBatoLLmMii MOBbILLEHWE N
CHVIKEHUE MeTaboNMYeCcKom akTBHOCTU MHHEPBUPYEMOM TKaHW U
opraHa. AktnBauumsa ADRB2 Bbi3blBaeT yBeMUYEHE MHTEHCMBHOCTU
rMMKOreHonmM3a. B reHe Hanbonee 13ydeHbl ABa norvmopdusma: Gly16Arg
(cBsI3aH € cepaeyYHbIM BbIOPOCOM B MOKOE, MOBbIWEHHOM
OpoHxoaMnaTaumen 1 BbIHOCIMBOCTLIO) M GIN27Glu (cBsizaH

C OXXMPEHWEM U MMIMKOMEHOIM30M, PacrafoM MMKOreHa npu GUsmnyeckom
akTMBHOCTU). Anierb 27Glu (G) cBsi3aHa CO CHUXKEHHOW CKOPOCTbIO
MMKOreHOM3a B OTBET Ha BbIOPOC agpeHaiMHa 1 MOBbIWEHHbIM PUCKOM
Habopa M36bITOYHOrO BECa/OXUPEHUS.

Koompyet 6eTa-3-aapeHeprmyeckiin peLenTtop, Yepes KoTopbI Mof,
BO3EMCTBMEM KaTEXOIAMVHOB OMNOCPEAYETCS IMMONM3

¥ TepMoperynaums. PeLierntop OenNcTByeT B aaMMnoLmMTax, Moy 9TOM
MaKCKMaslbHas 3KCNPeccust reH OTMeYaeTCst B AMYHMKAX, @ Takxke

B M/1aLLeHTe, XXETYHOM 1 MOYEBOM My3blPsiX.

MoMMop®U3M B reHe CBS3aH CO CHUXXEHMEM BbIpabOTKM JaHHOMo
peLernropa B TKaHsIX, YTO 3aMed/I9eT MPOLIECC CXKUMaHWS XMpa,

M acCoLMMPOBaH C Pa3BUTUEM TaKMX 3a00NEBaHWM, Kak
rMNepPTOHMYecKast 6OME3Hb, CaxapHbi AMabeT, OXXMpeHme.
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MN36bITOUHBIN BEC N OXKUPEHUE

FABP2

PPARG

CD36

Pe3ynbTaT reHeTU4eckoro

aHaJ1IN3a

KoampyeTt nepeHoCUMK XUPHbIX KUCOT 2-ro Tuna. benok cea3biBaeT
XMPHbIE KUCMOTbI B TOHKOM KMLWEYHMKE, CMOCODCTBYET 60/1ee akTUBHOMY
VX YCBOEHWIO, OO/1aAaeT BbICOKMM CPOACTBOM K HACbILLEHHbIM XpaM,
obecrneyrBaeT 3axBaT, BHYTPUKIETOUHbIN TPAHCMOPT 1 METaboIM3M
OJIMHHOLLENOYEYUHbIX XXUPHbBIX KMCOT. DKCMPECCUPYETCH B KULWEYHUKE.
MonMop®r3mM B 3TOM reHe CBsI3aH C YCKOPEHHbIM TPaHCMOPTOM
HACbILLEHHbIX XXUPHbIX KMCOT 1 MOBbILWEHHbIM PUCKOM Habopa
136bITOYHOrO BeCa.

KopmpyeT ramma-penentop npormdepaumi MepoKCUCOM, KOTOPbIN

B OCHOBHOM MPOAYLIMPYETCS B XXMPOBOW TKaHW, B HEOOSbLLIOW CTeNeHn —
B KUILLEYHMIKE, XeSyKe, MNaLeHTe, MOYEBOM My3bipe, nerkmx. OCHOBHOM
dyHKLMEN 3TOro 6erka ABMsSeTcs akTMBaLMS MreHOB, CBA3aHHbIX

C akKyMynaumen xupa, AnddepeHLIMPOBKON KNETOK XXMPOBOWM TKaHU

11 MMOBIacTOB. VIrpaeT BaxHYIO POSib B UyBCTBUTENbHOCTU Pas/MyHbIX
TKaHeM K MHCY/MHY. NomMopdHas 3aMeHa B 3TOM reHe BiaronpusitHa

1 CBA3aHa C 60s1ee HU3KOM CKOPOCTbIO POCTa KMPOBOM TKaHM.

KoovpyeT peLentop K XX1MPHOMY, KOTOPbIN SBISETCS MHTErpasibHbIM
MeMOPaHHbIM BEKOM, OTBEYAIOLLIMM 33 METADO/IM3M XMPOB (CBA3bIBAET
OKWCMEHHbIE IMMOMPOTENHbI HU3KOW MIOTHOCTU, docdhomnmabl

M XKMPHbBIE KMCMOTbI), PAaCMO3HaBaHME XVPOB B MULLE Ha BKYC, yCBOEHWE
KMPOB B KULLEYHMKE. MaKC/MalbHO SKCMPECCUPYETCS B XXMPOBOW TKaHW,
a Takxe B HEOOSbLLIOM KOSIMYECTBE B CEPALLE, Cene3eHKe, NiaLleHTe

¥ OPYrnX TUMax KeToK, BKIKoYasi MOBEPXHOCTb SMUTENMS BKYCOBbIX
COCOYKOB. [oIMMOpPdU3MbI B 3TOM MreHe CBSA3aHbl CO BKYCOBbIM
BOCMPUATUEM TEKCTYPbI XXMPHOM MM U U3DbITOYHBIM MOTPebIeHEM
XXMPOB, YTO MOXET MPUBOAUTL K HADOPY U3ObITOYHOrO Beca.

O

FeH Monmmopdpusm FeHo™vin YacTtoTa Pesynbtat clolol-Te g

FTO rs9939609 A/A 20% IoBbILEHHbIM PUCK Pas3BUTUS AnabeTa, B CBA3M C ==
BbICOKIM PUCKOM Pa3BUTUS OXMPEHUS

MC4R rs17782313 /T 58% He BbisiBNeHa NMpeapacrioNnoXeHHOCTb K CHVXEHIO
CKOPOCTW MOfaBMeHNs YyBCTBa ronoaa

ADRB3 rs4994 T 84% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTH

MepcoHanbHbin OHK-oTyeT: PDO962

JMMOSM3a B OTBET Ha BbIGPOC agpeHanHa
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N36bITOYHBIN BEC U OXXUpPEHUE

reH Monmmopdpusm FeHoTvin YacTtoTa PesynbtaTt b dekT

ADRB2 rs1042714 Cc/G 52% Mpenpacrnono)XeHHOCTb K CHUKEHMIO akT1BaLMM =
MMKOreHoMM3a B OTBET Ha YBENMUEHME YPOBHS
anpeHarnHa, puck M3BbITOUHOro Beca yMEPEHHO
MOBbILLEH

FABP2 rs1799883 G/A 42% MpeapacroNoXeHHOCTb K YBEMMUEHMNIO CKOPOCTY =
TPaHCMOPTa HACBILEHHbIX XMPHbIX KUCOT

PPARG rs1801282 c/C 77% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTU ==
POCTa XMPOBbIX K/ETOK 1 Pa3BUTIIO
MHCY/MHOPE3MCTEHTHOCTM

CD36 rs1761667 A/A 29% MpenpacronoXeHHOCTb K HU3KOW BKYCOBOM ==

YyBCTBUTENTIbHOCTN K XKMPaM

136bITOUHBIN BEC V1 OXXMPEHWE SABMSIKOTCS

Ha CeroaHSAWHWIM AeHb OOHOM 13 CaMblX CePbEe3HbIX
MeAMKO-coLmManbHbix Mpobnem. Tak, B 2016 rogy 6onee
1,9 MnpA yenosek cTaplue 18 neT MMenn M3obITOYHbIN
BEC, U3 HMX CBblle 650 MH cTpagan oxupeHuem. Mpu
3TOM YMCIIO AETEN U MOAPOCTKOB, UMEIOLLMX
M30bITOYHbIN BEC UM CTPAOAIOLLMX OXMPEHMEM,
cocTaBum1o 430 MH. Y B3pPOCTbIX gMarHo3
«M30bITOYHBIN BEC» CTaBUTCS NMput MIMT 6orblue v
paBHOM 25, «oxumpeHune» — npu MMT 6onblue nnm
paBHOM 30, «MOpPbUaHOE OXMpeHre» — npu VIMT
60ombLe i paBHoM 40 (Mm 35 ¢ cepbesHbiMA
OCIIOXHEHMSAMN).

Cpe,ELI/I MEXaHM3MOB OXNPeHWSA MOXHO BblOe NTb
HeMporeHHble, SHOOKPUHHbIE 1 MeTabonimyeckme.

B naHHbIN pasaen B NepByto ouvepenb BKoYEHa
MHGOPMaLMSA O MONMMOPdU3MaXx, CBA3aHHbBIX

C MeTaboM3MOM 1 OTHaCTU — C perynaumen annetmTa.
MPUYMHbBI HEMPOrEeHHOIr O OXUPEHUS KPOKOTCA OObIYHO
B MNCUXMKE 11 MOIYT ObITb CBSI3aHbl C akTVBaLEN
CYCTEM, yHaCTBYIOLMX B GOPMUPOBaHUI YyBCTBa
YLAOBO/BCTBUSA, YTO MPUBOOUT K M3OBITOUYHOMY MpreMy
nMwy. MeTabonmyeckme MexaH13Mbl Pa3BMBAOTCS

MepcoHanbHbin JHK-oTyeT: PDO962

B CBSI3W C HapYyLUEHMEM OOMEHa XXMPOB U/Umn
YITIEBOAOB M UX OTIOXEHWEM B U3DObITOYHOM
KOMmM4YecTBe.

MpY HapyLWeHKsIX XXMPOBOro O6MeHa yCuMBaeTcs
CUHTE3 TPUITIMLEPNOOB 1 NIMMONPOTEUIOB,

B pe3y/ibTaTe Yero BO3HWKAET rmnepmnoeMis

1 MANEPXONIeCTEPUHEMS, MOBbILLAETCH YPOBEHb
CBOBOLHBIX XVPHbIX KUC/OT. B CriyyYae HapyLeHust
YIMEBOOHOMO O6MeHa HapyLaeTcst MeTabosiam
ITIOKO3bl, MOBBILLAETCS KOIMYECTBO TIMKOreHa B MeveHy,
MY 3TOM B MbILLEYHOW TKaHW YTUIM3aLUMs THOKO3bl
HapyLwaeTtcs. CrenyeTt OTMETUTb, YTO M3BbITOUHbBIN BEC,
B CBOIO oYepeqp, ABMseTcst GakTOPOM p1cKa pasBUTUS
MHOTUX 3a60/1eBaH I, B MEPBYIO oYepenb CepaeyHo-
COCYOMCTbIX 1 CaxapHOro anadeTa 2-ro Tuna.

Ha cerooHAWHMY OeHb BbigBreHo 6onee 900
noMMOpPdHbIX BapraHToB B bonee yem 530 nokycax,
aCCOLMMPOBAaHHbIX C M3DbITOYHbBIM BECOM. [10 AaHHbIM
HOBEMLWEro MeTaaHaMaa, reHeETVKOM 0bbACHSETCS
nopsiaka 14% Bapuaunm MHOeKca Macchl Tena,
HacnenyeMoCTb MHOEKCa MacChl Tera COCTaBAseT
6onee 22%.
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MN36bITOUHBIN BEC N OXKMpPEHUE

3aknoveHue

leHeTMYeCKUit aHanu3 BbIsIBUIY 06CiefyeMoro CpenHolo
npenpacrosnoXeHHOCTb K Habopy N36bITOUHOro Beca, CpeaHuin puck

OXunpeHus.

O6cnepoBaHuA

ObcnenyeMoMy XenaTeseH KOHTPO b
Macchl Tera. MoM1UMO 3TOrO, XXernaTesbHO
rnepuoanyYeckit KOHTPOSIMPOBaTbL
JMNUOHBIN CREKTP KPOBM (YPOBEHD
TPUMMMLLEPUOOB, OOLLErO XONECTEPUHA,
xonectepwmHa J1MBIM v JIMHIM), a Takxe
YPOBEHb TIHOKO3bl, TIMKO3UIMPOBaHHOO
remMormobuHa 1 MHCYIMHa B KPOBU. Takxke
>XenaTenbHO KOHTPO/IMPOBaThb
apTepuanbHoe AaBneHne, OCOBeHHO ecrm
M36bITOYHbIN BEC MPUCYTCTBYET. Kpome
TOrO, N3BbITOYHBIM BEC MOXET ObITb Tak>Xe
CYMMTOMOM HapyLeHW1M paboTbl
SHAOKPUHHOM CUCTEMBI (TMMOTUPEOS,
CUHAPOM KyLIMHIa, HapyLWweHUs
rmroTaraMmyeckmnx GyHKLMM 1 ap.),
Mo3TOMY MPU HaNM4MK Yy O6CrenyemMoro
1306bITOYHOrO BECa PEKOMEHAYETCS TaKXe
npoBecT obcnegoBaHMe GYHKLIMA
LUIMTOBWAHOM Xenesbl (@aHanm3 ypoBHS T3 1
T4, TTT, a Takxe Y3/ WMTOBMOHOM Xernesbl)
¥ rmnodusa (uccnegosaHume TTT,
nponakTHa, MPT riunodusa)*. Mpu
HaMMYMU KIIMHNYECKMX MOKA3aHWM U Mo
peKoOMeHAALMM CreLManMcTa BO3MOXHO
Ha3HaueHVe AOMONMHUTENbHbIX
creumbUuyeckmnx obcreqoBaHUN®.

* Heobxooymma KOHCYyIbTauma Bpada - crneunanncTa

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaaUumn no npopunakTuke

[na nooaep>aHus onmMasibHOro Beca obcnenyemomy
>XenaTenbHO He MPeBbIlLaTb PEKOMEHAOBAHHbIE EMY
HOPMbI MOTPEDEHNS XXMPOB 1 YrMeBoa0B. [1pun
HEOBXOOMMOCTU CHUXEHUS BECA MUTaHWE O0/HKHO
ObITb MMMNOKaNOPUMHbBIM, BO3MOXHO CObtofeHne
BblCOKOBENTKOBOW, HU3KOXMPOBOM M
HU3KOYIMeBOAHOM AmeTbl. Ecnv obcnenyembi
MCMbITbIBaET MPO6GIEMbI C CODMOAEHMEM PEXIMMa
MMTaHKMS 1 OUETbI, My MOXET OblTb peKOMeHL0oBaHa
KOHCY/bTaLLMs MCUXOSIora Ui NMCUxXoTepanesTa.
YKenatenbHo BK/IHOUEHWE B PaLMOH OOCTaTOYHOMO
KOSMYeCTBa MMLLEBbBIX BOJIOKOH. KenaTerbHO
OrpaHn4YMTb yroTpebreHve ankorons. Takxe
obcrenyemMoMy BaxkHbI perynspHble dranyeckme
Harpy3sku. [Npy HEOOXOAMMOCTU MOIyT OblTb
HasHauyeHbl MeTGOPMVIH, OP/IMCTAT WM Apyrue
npenapaTbl, MCXOOs U3 XapakTepa HEMOCPeaCcTBEHHOM
KIIMHUYECKOM KapTUHbI*.
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SdPPeKTUBHOCTDb
BbICOKOOENKOBOU AneThHI

Nccnepyemble reHbl

KoaupyeT 2-oKcornyTapaT-3aB1CUMYIO AEMETUMa3Y, KOTopas yqacTeyeT

FTO B MOAMPUKALIMIN HYKIIENHOBBIX KNCMOT, OCYLLECTBASIOLUMX PETYISTOPHYHO
dYyHKLMIO. Bernok BbipabaTbiBaeTCst B OObLUEN UMM MEHbLLEN CTeMNeH
MOYTM MOBCEMECTHO B OpraHM3Me, HO MakChMaribHO — B HEPBHOW TKaHM
1 OCODEHHO B rrnoTasiamyce.

MonmMMopdU3M 3TOro reHa CBsi3aH C 3aMeIeHHbIM YyBCTBOM HaCbILLEH WS
1 YBENMMYEHHbBIM MOTPebEHMEM KaNopUi 1 BHOCUT BObLLOM BK1ag,

B pasBuTMe OxXmMpeHns. OQHaKOo 3TOT PUCK MOXHO CHU3UTb peryispHoOm
OU3NYECKOW aKTVBHOCTbBHO.

Pe3ynbTaT reHeTU4ecKoro
aHanusa

O

leH MonuMopopusm MeHoTVin YacTtoTa PesynbtaT SdodekT

FTO rs9939609 A/A 20% IMOBbILEHHbIV PUCK Pa3BUTUS AnabeTa, B CBS3U C n
BbICOKMM PUCKOM PasBUTUISI OXMPEHS!

MepcoHanbHbin OHK-oTueT: PD0O962 17



3¢ PeKTMBHOCTb BbICOKOHETKOBOW AUETDI

MocKorbKy Berkn SBASOTCS BaXKHEMLEN
OYHKLUMOHaNbHOM 1 CTPYKTYPHOW COCTaBSIOLLEN
OpraHn3Ma, OHK 0Bs3aTENbHO AOSKHbBI MOCTYMNaTh

C nLen. B xxenyake OHW paclwennstoTcs nog,
[EeNCTBMEM MPOTEONMTUYECKUX GEepMEHTOB (NerncrHa,
TPUMCKHA, XMMOTPUMCUHA U AP.) A0 aMUHOKWUCIIOT,
KOTOpble 3aTeM YyCBamMBatOTCs, BCACbIBAOTCS B KPOBb

1 MOIYyT NMBO NCMOSMb30BaTbCs B MpoLiecce
TpaHCIAUMM 018 CUHTE3a COBCTBEHHbIX BENKoB
opraHm3ma, IMbo noaBepraTbCs MeTabonmMamy vepes
KETOKMCOTbl C 06Pa30oBaHMEM ITHOKO3bl, IMMUO0B,
KeTOHOBbIX Ten. O6pa3oBaBLUMNACS B MpoLecce pacraga
aMMMaK BblBOOWTCS B BUAE MOYEBMHbBI YePEes MOYKM.
Ocoboe 3HaYeHMe MEDT BXOASAWME B COCTaB 6e/koB
He3aMeHVIMble aMUHOKMCIOTbI, KOTOPbIE KPOME Kak

M3 ML OPraHM3M MoNyYnTb HE MOXET HUKaK. Benku

3aknoveHue

HACTOJIbKO BaXXHbl, YTO MOYTA noboe HapylleHne
6enkoBoro obMeHa BeLET K CEPbE3HbIM HAPYLLIEHUSM
pPasBUTUS TMBO BOBCE HECOBMECTUMO C XKM3HbIO.

[NoMMMOo aToro, 6enku CnocobCTBYOT ObICTPOMY
HaCbILEHWIO MPU MPUEME ML MPUTOM, UTO NMEIOT

B 2 pasa MeHbLLYIO KarlopUNHOCTb, YEM XMPbI

1 yrmesoapl. MoaToMy BbicOKODenkoBas AveTa
CUMTaETCS OAHOM 13 Hanbonee aPpPeKTUBHbBIX U, B
MPUHLMNE, MOXKET OblTb peKOMeHA0BaHa OObLUMHCTBY
TOOEN, XXeNMaAoLWMX COPOCUTL MM KOHTPONMPOBaTb BEC
(B cnyyae, ecriv y HX He OBHapy»eHbl 3aboneBaHMs
noyek). O4HaKo, Kak Nokasanu 1ccnenoBaHus,

Ha ee HermocpencTBeHHY abOEKTBHOCTL BAMSET
reHoTUM.

[eHeTUYecKkM aHanM3 BbiSIBUN Yy 06CriefyeMoro BbiCOKYHO NOTPE6GHOCTb B
cobnopneHnn 6enKoBor AMETbI AN COXpaHeHUst GrUsanyeckon Gopmbl.
Bbicoko6enkoBas aueTa apdekTMBHA U MOXKET 6blTb peKOMeHA,0BaHa.

O6cnepoBaHuA

oW BbICOKOBENKOBOW AMETE BaXKHO
PErynspHO KOHTPOSIMPOBaTb YDOBEHD B
KpoBW 0bLero 6enka, anbbymMmHa,
onnMpybuHa, umctatiHa C n/mnm
KpeaTUHWHA, PEPPUTHHA, Kamns, KarbLmS,
MarHus, ®ONIMEBO KUCTIOTbI, a Takxke
pErynapHO HasHayaTb OBLMIN aHanM3
Moumn. Mpn HEOBXOOANMMOCTH
LOMOSHNTENBHO MOXET BbITb Ha3HaYEHO
YNBTPa3BYKOBOE OOCELOBAHME MOYEK.
[Mpr 0BHapY>KeHNW HAPYLLUEHUIA MOYEYHbIX
dYHKLMI BbICOKODOENKOBas AMETa He
PEKOMEHLYETCS UM AO/MKHA Ha3HaYaTbCs
Mof, CTPOrMM KOHTPOJIEM CreLMancTa.
Ecrnm obcrienyemblii UCMbITbIBAET
Npo6ieMbl C COBMOAEHNEM ONETHI, EMY
MOXET 6blTb PEKOMEH0BAHA
KOHCY/BTaLMS MCUXOsiora nnm
rMcMxoTeparesTa.

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauUuu no npopunakTuke

ObcnenyeMoMy pekoMeH0BaHO HasHadeHue
BbICOKODENKOBOW AMETbI MPY OTCYTCTBUM
3ab0reBaHUIN MoYek U neveHn. Obcnenyemblii CKIIOHEH
YyBCTBOBATb CbITOCTb Yepe3d 30-40 MUHYT nocne
rpvieMa ML, YTO MOXKET MPUBOAUTb K CYLLUECTBEHHO
M306bITOYHOMY MOTPEDNEHWIO Kanopui. EMy
pPEeKOMEHIYETCS BKIOYaTb 6enkm B Kaxabl mpuem
ML 1 YBEMMUYUTD UX OO B paumoHe oo 20-25%,T.e.
00 1,8-2,5 r/kr ngeansHow Macchl Tena*. [ans

noAAep KaHWs OMTMManbHOro Beca obcrenyemMomy
OYEHb BaXKHO He MPeBbILLIaTb PEKOMEHAOBaHHbIE eMy
HOPMbI MOTPEBEHNS XMPOB U YrTeBoAoB. [pu
©enKoBOW AMeTe BaXHO MUTb 4OCTAaTOYHOE KOMMYECTBO
BOAbl. HEOOXOOMMO YyUYeCTb, YTO A1 CHUXKEHWS BeCca
OUeTa OOmMKHa OblTb rMMoKanopunHom*. NomMmmo
6enkoB A1 NogAepXaHWs ONTMaNbHOro BeCa BaXHO
BKJ/IOYEHME B PALMOH [OCTaTOYHOrO KONMM4YecTsa
MULLEBbBIX BOSIOKOH. Tak>Ke Mpy BbICOKOOEKOBOM AmeTe
BaXHbl pPerynsapHble Gpranyeckme Harpyskm*.

18



SPDPEKTUBHOCTDL
HU3KOYr1eBOOHOU OUETDI

Uccnepnyemble reHbl

TCF7L2

GLUT2

ADRB2

MepcoHanbHbin OHK-oTueT: PD0O962

KoampyeT TpaHCKpUMNUMOHHDBIN GaKTop, UrPaloLLMI KIKOUEBYO POSTb

B WNT-c1rHanbHOM NyTy. DKCMPECCUPYETCS B Pa3/IMUYHOM CTENEHM
MpaKTUYecKy NMoBCEMECTHO B opraHmame. TCF7L2 HenocpeacTtBeHHO
y4yacTBYEeT B AUbdepeHLMpoBKe B-KNeTOK NoaXenygoYHOoM Xenesbl
(MPOAYLMPYIOWMX UHCYMH) W, KDOME TOro, B3anMOLENCTBYET C reHOM
MpOormoKaroHa, YTo onpenenseT MHAYLIMPYEMYIO ITIIOKO30M CeKpPeLIO
MHCYMHa. MonMMopdr3M B 3TOM reHe CBA3aH C HapyLeHeM
YTUIU3aLMKY ITFOKO3bl, PUCKOM Pa3BUTUS CaxapHOro auabeta 2-ro tmna
1 HEODXOAMMOCTBIO MMMOMIMKEMNYECKOW HU3KOYTIEBOAHOW ANETHI.

Koovpyet 6enok — nepeHoCUMK oKO3bl, OCYLLECTBSIOWMIA NepeHoC
ITIOKO3bl Yepes KIIETOYHYIO MeMOpaHy NnocpencTBOM OberyeHHom
ONddY3nM BHYTPb KETOK, TakiM 0Bpa3oM CNoCOOCTBYS MOAAEPKAHWIO
roMeocTasa MoKO3bl. MakCMManbHO 3KCMPECCUPYETCS B MEYEHM, a Takxe
OBeHagLaTUNEPCTHOM KULWKE 1 TOHKOM KuLLeYHuKe. Mommopduam

B 3TOM 'eHe CBS3aH CO CHUXXEHKVEM CKOPOCTV TPaHCMopTa IMOKO3bl U,
COOTBETCTBEHHO, MEHbLIEN 3PDEKTVBHOCTLIO HU3KOYTIEBOOHOM ANETHI
Mo CpaBHEHWIO C HOPMOW.

KopmpyeT 6eTa-2-agpeHeprmyeckimii peLentop — MOHHbIM 6enKoBbIN
KaHan uMTonIasmMaTMyeckom MeMopaHbl KNETKM, MMEIOLWMIA BblCOKYIO
CTerneHb CPOACTBA K aApeHanmMHy 1 obecrnevvBatoLLmii MOBbILEHWE U
CHUXXEHWE METaDOIMYECKOW aKTVUBHOCTY UHHEPBUPYEMOM TKaHW W
opraHa. AkTrBaLuys ADRB2 Bbi3biBaeT yBe/MUYEHWE NMHTEHCUMBHOCTM
rmmKoreHom3a. B reHe Hambonee naydeHbl aea nosmmopomama: Gly16Arg
(cBsi3aH € cepaeyHbIM BbIBPOCOM B MOKOE, MOBbILLEHHOW
BpoHxoOuIaTaumen U BbIHOCIMBOCTbIO) 1 GIN27Glu (cBA3aH

C OXVPEHUEM U MMIMKOTeHOM30M, PacrafoM MMKOreHa nput Grsmnyeckom
akTUBHOCTU). Annenb 27Glu (G) cBsidaHa C U3MEHeHEeM peLienTopa
3aMenIeHHbIM PacrafoM [MMKOreHa.
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3¢ PeKTUBHOCTb HN3KOYINIEBOAHOM OUETDI

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1In3a

O

FeH Monmmopdpusm FeHo™vin YacTtoTa Pesynbtat clolol-Te g

TCF7L2 rs12255372 G/T 39% MpenpacnonoXeHHOCTb K HaPYLEHWIO CO3peBaHNs =
HeTa-KeToK 1 MPoLIecCa CEeKPeLIMM MHCYMHa.

GLUT2 rs5400 c/T 23% MpenpacrnonoXeHHOCTb K rMAepriMKeMnn 13-3a =
MOBbILIEHHOrO YNOTPE6IEHNS caxapa,
YYBCTBUTENBHOCTb K CIaIKOMY CHIUXeEHa

ADRB2 rs1042714 C/G 52% MpenpacronoXeHHOCTb K CHUKEHMIO aKTUBaLIMN =

MMKOreHoM3a B OTBET Ha yBe/M4YeH e YpOBHA
agpeHarimHa

YmeBoAbl ABMSOTCSH OCHOBHbBIM «ObICTPbIM»
WCTOYHMKOM 3HEpPrin At opraHmamMa. 3Ta aHeprus
obpasyeTcs B pesyrisraTte MmMKonmMsa —
depMeHTaTUBHOIO MpoLecca rnoceqoBaTelbHOro
paculeryieHna MmoKO3bl B KNETKax,
cornpoBoXxaatolwerocst cMHTeaoM ATMD. B asapobHbIx
YCIOBMSAX OBpa3yoLascs B pesysrate AaHHOro
mpoLecca MMpOoBMHOrpagHas KMCioTa (MMpyBsaT) ganee
[exkapbOoKCUNMPYETCSH, COeAMHSAETCS C KODepMEHTOM A
1 BoBriekaeTcs B Lk Kpebca,a B aHasapOoOHbIX
YCIIOBUSIX UIN MPU TMMOKCUK MpeTepreBasT
[anbHerLe NpeBpaLleHnst B XOAe BpOXeHus

C 0bpaszoBaHMEM MOJIOYHOM KCOTbI (MakTaTa).

He ncrnonb3yemas opraHM3MoM [TIIoK03a, B CBOKO
ouyepenb, 3aracaeTcs (B 60MbLUMX KOMYeCTBax —

B MEYEHU 1 MbILLEYHOM TKaHM) B GOpMe MnKoreHa —
nonmcaxapvaa, COCTOSILLErO U3 OCTaTKOB IMTHOKO3bI.

3aknoveHune

Mp¥ ManonoaBMXXHOM 06pase XM3HK YIeBodbl
NMpeo6pasyloTcs B XMPOBbIE OTIOXEH WS,

HmnskoyrnesonHas oueTa NpennonaraeT CHUXeHMe
00/ NOTPEDBIAEMBIX KpaxXMarMCTbIX YrTIeBO40B

1 CaxapoB B paLMoHe. YITeBOLbl KOMMEHCHPYIOTCS
yBEMYEeHEeM A0 XXUPOB 1 OCOBEHHO BENKOoB.
SPHEKTUBHOCTD HM3KOYITIEBOAHOM AMETHI CBSA3aHa
B MEpBYO oYepeb C reHeTMYeck 06yCroBneHHOM
CKOPOCTbIO TPaHCMopTa M pacraga yr/eBoaos

B OpraHu3me.

CrenyeT MOMHWNTb, YTO Jobast AMeTa 418 CHUXEHMS
Beca [O/KHa BblTb MUMOKaNopUMHOM 1 coYeTaTbCst
C GU3NYECKMMIN Harpy3KaMu.

leHeTMYeCcKUit aHanM3 nokasan, uto 3¢pHeKTMBHOCTb HU3KOYTIeBOAHOM ANETbI
ans o6cnepyeMoro MoxXeT 6biTb NMoBbilleHa (MPU YCIIOBUM OTCYTCTBUS

3abonesaHni).

MepcoHanbHbIn OHK-oTyeT: PDO962
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O6cnepoBaHUA

[ockosbky ABa 13 TPEX UCCIEAYEMbIX B
[AHHOM pa3sgene NosiMMopPU3MoB
aCCOLMMPOBaHbI TakXe C PYUCKOM
BO3HUWKHOBEHWS CaxapHOro amabeta 2-ro
TUMa, 0bCcnenyemMoMy pekoMeHL0BaH
PErySPHbIA KOHTPOSb YPOBHS MHCYIMHA,
ITIFOKO3bl, TIMKO3UIMPOBAHHOIO
remMornobuHa B KpoBU, Mpu
HEeob6XOOMMOCTM BO3MOXHO MpoBeaeHne
TecTa Ha TOSIEPaHTHOCTb K MTOKO3e,
>XenaTernbHa KOHCYbTaLms
3HOOKPWHOSOra*. Mo LOCTUXEHUM
obcnenyembiM 60 eT 06C1eqoBaTbCs
PEKOMEHOYETCS Ha peryssipHO OCHOBE.

* Heobxooymma KOHCYyIbTauma Bpada - crneunanmcTa

MepcoHanbHbin OHK-oTueT: PD0962

3¢ PeKTUBHOCTb HN3KOYINIEBOAHOM OUETDI

PekoMeHaauuKM no NnpodunakTuke

[Mockosbky y 06CenyemMoro BbisiBfIeH reHoTHM,
CBSI3@HHbIN C MOBbIWEHHOM 30 PEKTVUBHOCTBIO
HW3KOYMEeBOOHOW AMETbI, HA3HaYEeHe eMy JaHHOM
OVETbI AN CHVXKEHWSA Beca (Koraa KonmMyecTBo
noTpedseMbiX YrmeBOA OB, B MEPBYIO o4epenb
NIErKOYCBOSIEMbIX, MEHbLLE CpeAHEN peKOMeHLyeMOom
CYTOYHOWM HOPMbI) BrOSIHE BO3MOXHO*. BaXXHO MOMHUTD,
uTO Ntobast ameTa addPeKkTMBHA TOSBKO B COYETAHMM C
dU3NYECKOM aKTUBHOCTbIO. [P HOPMarbHOM reHoTUMNe
TCF7L2 BK/lOYEHME B PaLMOH MULLEBbIX BOJIOKOH
(kneTyaTkm) MOXeET ObITb 2QPEKTVBHbIM A9 YyULWEHNS
rMapaMeTPOB MOKO3bl B KPOBU. [py HU3KOYIEBOAHOM
aveTe BaxHO noTpebnaTb 4OCTaTOYHOE KONMMYECTBO
BOAbl (OKOSO 1,5-2 NMMTPOB B AEHb MPY HOPMaslbHOM
OYHKLMOHUPOBaHUM MOYeEK)*. BaXkHO MOMHWTb, YTO
MOJHbIM OTKa3 OT YIMeBOAOB Ha ASMTENbHOE BpeMs
MOXET MPUBECTU K HEXEeNaTelbHbIM MOCNenCTBUAM*.
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SPDPEKTUBHOCTDL
HU3KOXXUPOBOU OUETDI

Uccnepnyemble reHbl

FABP2

PPARG

CD36

APOE

MepcoHanbHbin OHK-oTueT: PD0962

KoampyeT MepeHOCUMK XMPHbIX KUCOT 2-ro T1Ma. bernok cBa3biBaeT
XMPHble KMCOTbl B TOHKOM KULLEYHWKE, CMIOCOBCTBYET H0s1ee akTUBHOMY
VX YCBOEHMIO, 061afaeT BbICOKMM CPOACTBOM K HAChILLEHHbIM XXpaM,
obecrneynBaEeT 3axBaT, BHYTPUK/IETOUHbIV TPAHCMOPT W METabOoNM3M
OJIMHHOLLENOYEYHbIX XXUPHbBIX KUCIOT. DKCMPECCUPYETCH B KULWEYHUKE.
MonMop®r3M B 3TOM reHe CBsi3aH C YCKOPEHHbBIM TPaHCMOPTOM
HACbILLEHHbIX XUPHbIX KUCIOT 1 yBeNMYeHneM abdekTUBHOCTM
HV3KOXMPOBOW OMETHI.

KopompyeTt ramMmma-peLenTtop npormdepaLimm nepokCMcom, KOTOpbI

B OCHOBHOM MPOAYLIMPYETCH B XMPOBOWM TKaHW, B HEOOMbLIOW CTEMeHN —
B KMLWEYHUKE, XenyaKe, niaLeHTe, MOYEBOM My3blpe, nerkx. OCHOBHOM
dyHKLUMEN 3TOro 6erka ABnseTcs akTMBaLMS MreHOB, CBA3aHHbIX

C aKKyMysaLmen xupa, anddepeHLIMPOBKON KETOK XMPOBOW TKaHM

1 MMOBIacToB. MIrpaeT BaXHYO pPOSib B YyBCTBUTENBHOCTU Pas/IMYHbIX
TKaHeM K MHCY/MHY. MonmmopdHasi 3aMeHa B 3TOM reHe B1iarornpusitTHa

1 CBsizaHa C Honee HM3KOM CKOPOCTbIO POCTa XXMPOBOW TKaHM.

KoampyeT peuenTop K XXMPHOMY, KOTOPbIY SBMISETCS MHTErpasibHbIM
MeMBpaHHbIM BEKOM, OTBEYAIOLLYIM 33 METaDO/IM3M XMPOB (CBS3bIBAET
OKMICIEHHbIE NIMMOMPOTEUHbI HU3KOW MNOTHOCTU, bocdommnmabl

M XKMPHbIE KMCMOTbI), PACro3HaBaHMeE X1POB B MULLE Ha BKYC, yCBOEHWE
XMPOB B KMLLEYHKKE. MaKCHMaIbHO 3KCMPECCUPYETCS B XKMPOBOW TKaHW,
a TakXe B HEOO/IbLLIOM KOSIMYECTBE B Cep/Lle, CeneseHkKe, mnaLeHTe

Y OPYrX TUMax KIeTOK, BKIKOYasi MOBEPXHOCTb 3MUTENMS BKYCOBbIX
COCOYKOB. MoMMMOPPN3Mbl B 3TOM FeHe CBA3aHbl CO BKYCOBbIM
BOCMPUATMEM TEKCTYPbI XXMPHOW MM W M3ObITOUHBIM MOTPEBIEHMEM
XMPOB, a TakXe C OPYrMM HapyLWeHUsSMU IMMMOHOro MeTaboama

1 BCNEOCTBME 3TOrO — C BaXHOCTbIO CHMXEHUSI KONMYECTBA XKMPOB

B paLMOHe.

KopmpyeT anonmnonpoTerH E, Bxoaswmin B COCTaB XMIOMUKPOHOB

M IMMONPOTENHOB OYEHb HU3KOWM MIOTHOCTU. MakCMMasibHas aKCnpeccus
3TOro reHa HabMIAAEeTCs B MeYeHW, TakKe B MOYKaXx, HaANoYeUHMKaXx,
KMPOBOW TKaHW, ceneseHke, Moare. benok yyacTeyeT B OOMeHe NMnMaos
B KPOBW W1 XOnecTepuHa B Mo3re. Harnbonee YacTo nccnenyot

2 nonmmMopdr3Ma, CoueTaHre KOTOPbIX 0DyCraBmMBaeT 3 GopMbl Gerka:
E2,E3 (Hopma) 1 E4.TMonmmmMopdHble BapuraHTbl (E2 1 E4) cBs3aHbl

C HapyWeHWVAMY IMMMAHOro 0bMeHa, B TOM YKCre C MOBbIWEeHMEM YPOBHS
TPUMMLIEPUOOB B KPOBW 1 HEOOXOOMMOCTbIO ANETUHECKOW KOPPEKLMM
paLOHa MO KO/MYECTBY U Ka4ecTBY >KMPOB, OCOOEHHO 3TO BaXKHO Mpu
Hanmmumm annens E4.



3¢ PeKTUBHOCTb HU3KOXXUPOBOM OMETDI

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1In3a

FeH Monmmopdpusm FeHo™vin YacTtoTa Pesynbtat clolol-Te g

FABP2 rs1799883 G/A 42% MpeapacnonoXeHHOCTb K YBENMUEHMIO CKOPOCTH =
TPaHCMOPTa HACbILEHHbIX XMPHbIX KUCOT

PPARG rs1801282 c/C 77% MpenpacrnonoXeHHOCTb K BbICOKOM CKOPOCTU
POCTa XMPOBbIX KETOK

CD36 rs1761667 AA 29% MpeapacnonoXeHHOCTb K HU3KOW BKYCOBOM
YYBCTBUTENBHOCTU K KMpaM

APOE rs429358, E3/E4  21% Mpenpacrono)XeHHOCTb K HakomreH o JTTHM B =

rs7412 KPOBEHOCHOM pycrie

CBOOOAHbBIE BbICLUME XUPHbIE KUCOTbI B C/M3NCTOM
060/104Ke KMLWEeYHMKa YaCTUYHO MCMob3YIOTCA ANs
pecuHTe3a crieudUYHbIX 015 [AHHOMO OpraHn3Ma
>KMPOB, YaCTUYHO MOCTYMAIOT B KPOBb U MOTYT
OTKMa4bIBaTbCS B XMPOBbLIX Aerno opraHuama. MNpu
HEOOXOAMMOCTM XMPbI MOL, AENCTBMEM TKAHEBbIX
NMNa3 PacLenIfoTCS Ha ITIMLEPUH W1 XKMPHbIE KMCOTbI,
nMpv fanbHenWweM OKMCNEHNI KOTOPbIX 0bpa3yeTtcs
60/blWOEe KOMYECTBO 3HEPrun B BUAE
afneHosnHTprdocdaTa (ATD) 1 YaCTUUHO paccemBaeTCs
B BMAe Tenna.

OKMCeHe mmueprHa HauMHaEeTCs C ero
dochopummMpoBaHms 0o mmueprHodochopHOM
KMCMOTbI, 3aTeM Yepes dochoanoKCHaLLETOH

no dochormmLeprHOBOro anbaernaa, oanbHemwme
rpeBpaLLeHs KOTOPOro MayT MO CXeMe MMUKOIM3a.
Bbiclwme XupHble KUCNOTbI (C KOmM4yecTBOM atoMoB C

3akoveHue

H6ornble 6) B BUAE COEANHEHMI C KOGEPMEHTOM A
pearvpytoT C KapHUTUHOM, 06pa3ys ero NMPoOmn3BoaHbIe,
CrMOCOBHbIe MPOHMKaTb Yepe3 MeMOpaHy
MUTOXOHOPUIN. BHYTPU MUTOXOHOPUN XMPHblE
KWCOTbl MOABepratoTCy rnocneoBaTe/lbHOMY
OKWCIEHWIO C 0Bpa3oBaHMeEM aueTui-kobepmeHTa A,
KOTOPbIM UCMOb3YETCS B LMKIIE TPMKAPOOHOBbIX
KNCMOT UM B peakLmsax brocrHTesa.

DDDEKTUBHOCTb HUIKOXMPOBOW AMETbI CBA3aHa

B MEPBYIO oYepenb C reHeTUYeCck 0OYCoBNEHHOM
CKOPOCTbIO TPaHCMopTa W pacrnafa XuMpos

B OpraHu3ame.

CnenyeT NMoMHWTbL, YTO Ntobast AMeTa A1 CHUXKEHWS
Beca LOSPKHA OblTb MMMOKANIoOPUNHOM U CoYeTaTbCs
C PUBNYECKUMM HArpy3KaMM.

[eHeTUYeCcKUIM aHanM3 nokasarl, YTo 3$pPeKTUBHOCTb HU3KOXUPOBOM AUETHI
Ans o6cnenyeMoro MoXeT 6bITb cpefHen.

MepcoHanbHbIn OHK-oTyeT: PDO962
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MnepTpurnuepuaemMms

PekoMeHaauumM no NnpodunakTuke

[na cHWXXeHUs Beca obcrenyeMomMy BO3MOXHO
06cneJ:I.OBaH n4d Ha3HaYeHMNe HN3KOXMPOBOW AMETHI (KOraa KOMMUeCTBO
noTpebIseMbIX XMPOB, B MEPBYIO ovepedb
HaCblILWEHHbIX, MEHblLE CpeaHe PeKOMeHOyeMOW
CYTOUHOM HOPMbI). OQHAKO TakXe MOXHO PacCMOTPETb
BapWaHTbl HU3KOYIEBOOHOM 1 BbICOKOOEKOBOW AMET.
BaXkHO MOMHWTb, 4TO Ntobast AneTa adpdeKTBHA TOMbKO
B COYETaHUU C GUIUYECKOMN aKTUBHOCTbIO. BO3MOXHO
BK/IOYEHME B PALMOH MULLEBBIX BOSIOKOH (K/1ETYaTKM)
MPU OTCYTCTBUM FEHETUYECKMX GaKTOPOB, CHUKAOLLMX
1x 3 deKTUBHOCTDL. [JOMYCTUMO Ha3HaYeHue nevalmm
CMeLManCToM rNpenapaTos, MPensaTCTBYOLWMX
BCACbIBAHUIO XXMPOB B KMLLEYHUKE, POPaTOB,
HUKOTVMHOBOW KNCOTbI*.

Heo6Xx0aMMO MOMHUTD, YTO AaXe ecrnm
obcrenyembll He MPUAEPXMBAETCA
HU3KOXMPOBOW ONETHI M UMEET
HOPMAJSIbHbIM BEC HA TEKYLUMIA MOMEHT, EMY
HEe PEKOMEHOYETCS MPEBbIWATL CYTOUHYHO
HOPMY XW1POB B paLMoHe. MNpu
HEOBXOAMMOCTUN BO3MOXHO MPOBOANTb
neproanYecKmne aHamabl IMMMOHOrO
crekTpa KpoBW (MMMMAOrpaMMa: YPOBEHb
TPUTMMLLEPUAOB, OO XONECTEPUH,
xonectepuH JIMNHM v JIMBI) ons
MOHUTOPUHIa TEKYLLErO COCTOSIHMS
obcrnenyemoro*.

* Heobxooymma KOHCYyIbTauma Bpada - crneunanmcTa

MepcoHanbHbin OHK-oTueT: PD0962 24



BkycoBble
OLllyLLEeHUNS

MNpn coCTaBnEHMM NOOOW OVETbI UKW PaLMOHa
MUTaHWSA CTOUT YYUTbIBaTb MHOMBMOYa/IbHblIE BKYCOBbIE
peakumn. Tak, HampuMep, reH BKYCOBOIroO peLenTopa,
PaCrO3HatoLLErO CrIadKMM BKYC, MOXKET OBOCTPSATb 3Ty
BOCMPUMMUKBOCTb. TO €CTb YEM HKE
YyBCTBUTENBHOCTb K ClTIaAKOMYy BKYCY, TeM O0/blue
YesIoBEK CbeCT CMaAKOro, YToOb! YOOBNETBOPUTD
MCUXOMOMMYECKYO MOTPEBHOCTb. Kak mpaBuio, 3TO
MPVBOAUT K HEKOHTPOIMPYEMOMY MOTPEONEHIO
caxapa (B TOM YMCrie CKPbITOro) M NPEBbILLEHMIO
peKkoMeHIyeMOow CyTOYHOM HOPMbI MOTpebneHus
caxapa.

AHanna reHoB, OKa3blBaloLLIMX BIIMSIHVE Ha OTOEeSbHble
XUMMYECKME MPOLIECCHI B OPraH/3Me, CBSA3aHHbIe

C MUCMOJb30BaHIEM, HAKOMIEHMEM VN pacLLernieHem
TEX WM WHbIX BELLECTB, MO3BOSET CHOOPMMPOBATD
TOYHble pekoMeHOaLWM Mo O06aBNEHMIO U
MUHVIM3aLMM HEKOTOPbIX MPOAYKTOB 1 BbIGOPY
cnocoba NpUroTOBAEHMUS.

MepcoHanbHbin OHK-oTueT: PD0962
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YyBCTBUTENIbHOCTDb
K CllTagKOMYy BKYCY

Nccnepyemble reHbl

KO,EI,I/Ip\/eT H6enok — nepeHoCcHnK I'J'I}OKO3bI,OC\/U.I,eCTBJ'I9|I'OLLI,l/II7I nepeHocC

GLUT2

ITIOKO3bl Yepes KIIeTOUHY MeMBpaHy NMocpedcTBOM OberyeHHom

OnddY3nM BHYTPb KIIETOK, TakM 06pa3oM CnocobCTBYS MOALEPKAHIO
roMeocTasa MoKo3bl. MakCKMaribHO 3KCMPECCUPYETCS B MEYEHU, a TakKe
B ABEHALLLATUNEPCTHOM KULLKE U TOHKOM KULeYHVKe. MommmMopdusm

B 3TOM reHe CBSI3aH CO CHMXEHMEM CKOPOCTW TpaHCropTa [MoKO3bl

Y CHUXXEHHOW YyBCTBUTENBHOCTLIO K CIAAKOMY BKYCY.

Pe3ynbTaT reHeTu4eckoro

aHaJ1IN3a

leH Monnumopdpusm FeHoTVIn YacTtoTa

PesynbtaTt

O

SddekT

GLUT2 rs5400 C/T 23%

ﬂpeﬂ,paCI'IOﬂO)KeHHOCTb K rmneprmmMkeMnin n3-3a
MoBbIWEHHOro yI'IOTpe6ﬂeHl/Iﬂ Caxapa,

[+

YyBCTBUTENIbHOCTb K C/llalKOMY CHKM>XXeHa

Caxap — amcaxapu, COCTOAWNM 13 OBYX
MOHOCaxapWAaOB — MIOKO3bl 1 GpyKTO3bl. OLyLieHne
Craikoro BKyca BO3HMKAET MNPy pa3apaxeHum
creuyarbHbIX PELLEnTOPOB, YyBCTBUTEbHbIX K MPOCTbIM
caxapaM. CnafgocTb 06bIYHO accouMmpyeTcst C
MPUATHBIM OLLYLLEHMEM, Yalle BCEro /oAy OLLYLLAoT
CNapoCTb MPU MPUHSATUAM MUK, 6OraTo MPOCTbIMM
yrneBofamu. BKycoBasi UyBCTBUTEBHOCTb K Caxapy

MepcoHanbHbin OHK-oTueT: PD0O962

B/VSIET Ha NMOTPEOHOCTb OPraHM3Ma B ClIakoM, TEM,

Yy KOro YyBCTBUTEMbHOCTb MOHUXeHa, TnebyeTcs CbecTb
ropasfo 60osblue, YTObb! YOOBNETBOPUTL MOTPEOHOCTD.
CKOPOCTb JOCTaBKM caxapa B KPOBOTOK BfNSIET

Ha NOTPEBHOCTb OPraHM3Ma B CriaikoM, HapyLUeH s
3TOro MpoLecca CBA3aHbl C YCUIEHWEM TAr K
CragKoMmy.
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YyBCTBUTENBHOCTb K CNIaKOMy BKYCY

TpaHCMopT MOKO3bl B BOPCUHKaX KULLEYHMKAE (SLC2A5). MomMopdU3Mbl B 3TUX reHax onpenenstoT
1 B KPOBOTOK OMOCPENOBaH crieLmanbHbIM1 6enkamm- OCHOBHbIE Pa3iMung B CKOPOCTM TPaHCMOpTa CaxapoB
TpaHcrnopTepamu. B nepByto ovepenb 3to GLUT2 B opraHuame. GLUT2, mTOM1MO TpaHCrnopTa Caxapos,
(SLC2A2) — OCHOBHOM TpaHCropTep MoKO3bl. 14 CBSA3aH Tak>Ke CO BKYCOBOW YyBCTBUTENbHOCTbHIO
GPYKTO3bI BaXHYIO pOSb MUrpaeT Takxe GLUTS K CrlafKoMy.

3akno4vyeHue

leHeTMYeCKUt aHanM3 BbIIBUIT Y 06CnefyeMoro NpeapacnosioXXeHHOCTb K
CHWXXEHUIO peLienumm CrlaAKoro U BO3MOXHYIO MpeApacronoXeHHOCTb K
MoBbILEeHHOMY NoTpe6ieHnio cnafkux NPOAYKTOB.

PekoMeHaauumM no NnpodunakTuke

Y obcrnenyemMoro BbisiBNieHa CKIIOHHOCTb K CHUXXEHMIO
06cneJ:I.OBaH nsd YYBCTBUTENbHOCTM KO BKYCY Caxapa 1 Cliamkmx
NMPOAYKTOB. MO3TOMY eMy XeraTelbHO KOHTPOIMPOBaTb
VX noTpebreHue, YTobbl He MPeBbIWaTb
peKoMeHyeMble HOpMbl. EMy crieyeT MOMHUTb, UTO
M36bITOUHOE YNOTPEDIEHME Caxapa BEAET K Pa3BUTUIO
TaKMX CEPbE3HbIX 3aD0NEBaHNM, Kak OXMPEHME,
METab O/ IMUYECK M CUHOPOM, CaxapHbIv AMabeT,
aTepOCK/IepO3 1 MHOrve apyrie. [osToMy eMy MoOXeT
ObITb MOME3HEee Nosy4YaTb C MMTaHNEM ECTECTBEHHbIE
caxapa: ynoTpebnate GpyKTbl, CyXOPPYKTbl M Arofbl
(ecrnm cKOpOCTb PacXO40BaHUS MIMKOreHa He
3aMefl/1eHa), He MPEBbILLast CYTOYHYIO HOPMY
noTpedneHms. LonycTMO MCMNOMb30BaHWe
HaTyparbHbIX Caxapo3aMeHuTenen (3pUTpm1Tona,
CTEBUM, TPErano3bl). Takke Tara K CriajkoMy MOXET
ObITb BbI3BaHa NMCUXODU3NONOMNYECKUMIN MPUYUHAMM
(HEOBXOAMMOCTbLIO AOMONHUTENBHOM MOIOXNTENBHOM
CTUMYNSUMN).

Ob6cnenyemMoMmy xenateneH
nepuoanYecKmin KOHTPOSIb YPOBHS
VIHCYIMHA, [TIOKO3bl, TIMKO3UIMPOBAHHOIO
remMorriobuHa B KpOBW, BO3MOXHO
nMpoBeneHe TecTa Ha TOIePaHTHOCTb K
IMOKO3€E, MPY HEOOXOOUMOCTU —
KOHCYbTaLMM aHAOKPpUHosora. Mo
OOCTVXeHUM 60 NeT obcrenoBaTbcs
>XenaTenbHO Ha peryspHOM OCHOBe.
Ob6cnenyeMoMmy XenaTernbHO
KOHTPO/IMPOBaTb Maccy Tena. Ecnm y
ob6CrenyeMoro MMeeTcsl Tsra K Criafkomy,
EMY MOXXHO PEKOMEHO0BaTb
KOHCYJbTaLLMIO MCUXOSIora/
rcuxoTepanesTa.
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BkycoBas peuenumst XUpHOro

UccnepyeMmbie reHbl

KopmpyeT peLenTop K XXMPHOMY, KOTOPbIM SBMISIETCS MHTErpasibHbIM

CD36

MeMOpPaHHbIM 6EKOM, OTBEYAIOLLIMM 33 METAOOIM3M XMPOB (CBA3bIBAET

OKWCEHHbIE IMMOMPOTENHBI HU3KOWM MIIOTHOCTU, dochonmnmabl

M XXMPHbBIE KMCMOTbI), PACMO3HaBaHME XVPOB B MULLE Ha BKYC, yCBOEHWE
KMPOB B KULLEYHMKE. MaKC/MaslbHO SKCMPECCUPYETCS B XXMPOBOW TKaHW,
a Takxxe B HEOOSbLLIOM KOSIMYECTBE B CEPALLE, CENE3EHKE, MNIaLleHTe

¥ OPYrX TUMax KeTOK, BKIKoYasi MOBEPXHOCTb SMUTENMSI BKYCOBbIX
COCOYKOB. [oIMMOPdU3MbI B 9TOM MreHe CBA3aHbl CO BKYCOBbIM
BOCMPUATUEM TEKCTYPbI XXMPHOM MWLM U U3DbITOYHBIM MOTPebeHneM
XMPOB, a TakxXe APYrMM/A HapyLWEeHUAMA TMMUMOHOrO MeTaboM3Ma.

Pe3ynbTaT reHeTUu4ecKkoro

aHaJ1IN3a

leH Monnumopdpusm FeHoTVIn YacTtoTa

PesynbtaTt

O

SdodekT

CD36 rs1761667 A/A 29%

MpenpacrnosioXeHHOCTb K HU3KOM BKYCOBOW

YyBCTBUTENIbHOCTN K XKMPaM

XKnpbl — BblICOKOKanopuiHble BEWECTBa, Obrafatolme
CrELMPUYECKINM «KUPHbBIM» BKYCOM. TDAANLUMOHHO
CYMTAETCS, YTO BOCTIPUSATIE XMPOB B POTOBOM MOSIOCTU
OOYCIOBIEHO TEKCTYPOW M apOMaTOM MPOAYKTOB.
OnTMManbHbIM cYMTaeTCs COaNaHCMPOBaHHOE MMTaHME,
BK/TIOYUaLOLLEE BCE OCHOBHbIE TUMbl XKMPHbBIX KUCSIOT.
3HauuTENbHOE Xe OrpaHMYeHe b0 NCKIYeHe

MepcoHanbHbiM JHK-oTueT: PD0962

XMPOB 13 PaLMOHa MOXET OKa3aTb HeraTBHOE
BIMSIHME Ha COCTOSIHME KOXW 1 BOSIOC, UIMMYHHOM U
SHOOKPUMHHOM CcUCTEM. B TO e BpeMms]
3710yrNoTPEBNEHMNE XNMPOCOOEPXKALLWMMA MPOAYKTaMM
M HapyLWeHUs MMMMAHOrO OBMeHa MOTyT MPUBECTH
K OXXMPEHWIO, a TakXXe PasBUTUIO CepaeUHO-
COCYAMUCTbIX U ApYriX 3abonesaHui.
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BkycoBas peuenuus XXMpHOro

Tak, MpU M30bITKE XXMPOB B PaLIOHE MOXET
YBENMMUMBATLCS YPOBEHD TPUMMMLLEPULOB B KPOBWU,
MOBbILLATLCH YPOBEHb ODLLIEro xonecteprHa

n xonectepuHa JMHM, B pe3yrsTaTte Yero rNoBbILWaeTcs
PUCK YTOSLEHWS U YITIOTHEHWS CTEHOK apTepuUin

C nocrenyowmMM pasBUTUEM aTEPOCKIEPO3a

U HapYLUEHVSIMXM MECTHOIO KPOBOOOPaLLEHWS. B cBotO
oyepenb aTeEPOCKIEPOTUYECKOE MOPaXKEHME COCYA0B
YBENMNUMBAET BEPOATHOCTb BO3HUKHOBEHWS TakMX

3aknoveHue

3aboneBaHNM, Kak MHGaPKT MMOKapAa, MHCYIILT,
rMaToNIorMs NoYek.

Okono 20% nogen He MoryT OnpenenMTb KONM4YecTBo
>KMPOB B MULLE, YTO MPUBOOUT K HEYMEpEeHHOMY
MOTPEONEHMIO XMPHbIX KNCMOT U MOCTENEHHOMY
CHVI>KEHUIO YYBCTBUTENMBHOCTU K HUM. Y HEKOTOPbIX
TIOAEN BKYC XMPHOIO MOXET BbI3blBaTb HEMPUATHbIE
OLLYLIEHUS B CBS3M C HapyLUEHNAMU QYHKLMU MeYeH .

leHeTUUecKuiA aHanM3 nokasar, YTo y o6cnenyemMoro BbisiIB/IEHO CYLLECTBEHHOE
HapyLieHue peLenummn XXUPHOIro, B pe3ynbTaTe Yero oH NpeppacnosioXeH K
3HaYMTENbHO MOBbILEHHOMY MOTPE6GNEHUIO XXUPOB U3 MULLM.

O6cnepoBaHuA

O6crnenyeMoMy BaxHO MepUOANYECKI
MPOBOAUTb aHanM3bl IMMMOHOrO CrekTpa
KPOBU (MMMMAaorpamMMa: YpoOBEHb
TPUTNLIEPUO,OB, OOLMIM XONECTEPUH,
xonectepuH JIMHM n JINB)*. MNpwn
HEOBXOAMMOCTU BO3MOXHO HasHauveHne
OOMOMHUTENbHbBIX 06CenoBaH M. BaxHoO
crneauTb 3a BECOM 0bCrnenyemoro,
OCODEHHO MPU CKIOHHOCTU K Habopy
M36bITOYHOW MaccChbl Tera.

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauumn no npopunakTuke

O6cnenyemMoMy BaxeH KOHTPO/Tb 3a COAepkaHUeM
XMPOB B paLoHe. MOXHO 3aMEeHUTb MaloHe3 B
canaTax Ha rosiesHble Macra (HarpuMep, Ha OfIMBKOBOE,
KYHXYTHOE 1 Apyrue). EMy He pekoMeHayeTcst
MpeBbILLaTh PACCUMTAHHYIO A1 HEro HOPMyY
nMoTpebIeH s XMPOB. BaxkHO OrpaHUynTb 1 CTPOrO
KOHTPO/IMPOBaTb NMoTpebieHe Macer, XMPHOro MsCa,
MalOHE3HbIX COYCOB U APYrnX MPOLYKTOB C BbICOKMM
cofepaHneM XMPOB. TakKe BakHO BK/IOUEHME B
PaLMOH JOCTAaTOYHOIO KOMMYECTBA MULLEBbIX BOSTOKOH.
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YyBCTBUTENbHOCTb K

rOPbKOMY

Nccnepnyemble reHbl

TAS2R38

Pe3ynbTaT reHeTU4YeCKoro

aHaJ1In3a

KoovpyeT TpaHCcMeMbpaHHbIN 6e10oK — BKYCOBOW peLenTop 2-ro TMna
38 ceMelcTBa, Onpenenstowmin YyBCTBUTENBHOCTb K HEKOTOPbIM ropeYam.
SKCrpeccupyeTcs B KNeTKax MOAXKeyLoYHOW Xeresbl, ClM3KCTON
oboroyke KMLeYHKKa, XeMOCEHCOPHbIX KIeTKaxX HOCa 1 A3blKa.
JNlraHpamy 0aHHOro peLernTtopa sBnsatoTcs GeHumrokapbamma, 6-N-
APOMMTOYPALLIVA U TIKOKO3MHOATbI, COAep KallmMecs B OpOKKOM,
rpenndpyTe, Kode, TEeMHOM LLIOKOMAAE, PEANCE, XPEHE U APYTnX
NMpoAyKTax. YrnoTpebneHye rmoKo3nHOMATOB NPOGUIaKTUPYET pasBuTre
OHKOJIOrMYeckmx 3aboneBaHuni. NMomMopodrnam B reHe nosblwaeT
UYBCTBUTENbHOCTb K FOPbKOMY BKYCY, MO MPUYMHE KOTOPOM YeroBek
mn3beraeT ynoTpebrieHms B MLy MCTOYHMKOB MTKOKO3MHOMATOB 1 OPYTriX
ropedven.

O

len MonuMopopusm MeHoTVin YacTtoTa Pesynbtat AddekT

TAS2R38 51726866 c/C 22% BbicoKkas 4yBCTBUTENbHOCTb PELIenTopa K FOpbKOMY ==
BKYCY

BblcokMe KOHLEeHTpaLMK FOPbKMX BELLECTB B MMLLe TOKCMYECKMMM BELECTBaMM KaK ankariomabl pacTeHuN,

0ObIYHO MPUBOAAT K €8 OTTOPXEHMIO. Takas peakums MPOropKJSIblA XUP, TMAPOIM30BaHHbIV BENoK.

BO3HUWK/Ia B XO4e 3BOSMOLMOHHOM agantaumu, YnoTpebneHre Takmx NPOLYKTOB, Kak rOpbKME OrypLbl

MO3BOSAOLLEN N30EeXaTb OTPaBEHMS TaKMU W AblHW, MOXET Bbl3blBaTb MMLLEBbIE OTPABEHMS.
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YyBCTBUTENBHOCTb K FOPbKOMY

MNepekyc 60MbLIMM KOIMYECTBOM abpPUKOCOBbIX
KOCTOYEK U MOPbKOro MMHOAsS, KOTopble coaepXaTt
MpenLwecTBeHHMK LiMaHuaa — aMIrganiH,
CrocoBCTBYET MMMOKCUW TKaHEN, B paae CrlydYaeB
BO3HUKAET NneTanbHbiv ncxod. OoHako ropeyn MoryT
obnagatb OHKOMPOTEKTOPHbLIM AENCTBMEM 38 CUET
HeMpsIMbIX aHTUOKCMOAHTOB. HamprmMep,
M30TMOLMaHaTbl BPOKKOIM U LIBETHOW KarycTbl
aKTUBUPYIOT dpepMeHTbl Il dasbl AeToKCUKaL MM, YTO

rnomMoraet O6e3Bpe,ELI/ITb KaHuepOoreHHble coeanHeHn4A.

3akoyeHue

KpoMme Toro, oHu obr1agatoT NPOTUBOMUKPOBHO
AKTWUBHOCTbBIO. 32 BOCMPUSTUE FOPbKOIro BKYCa
oTBevaeT peLernrop TAS2R38.TeHeTnyeckasd
BapuabenbHOCTb onpeaenseT CTeneHb BOCMPUATUS
rOPbKOro BKYCa Yy pasfnyHbIX toaen. bonee Bbicokast
UYBCTBUTENbHOCTb K FOPbKOMY BKYCY MOXET
NPUBOOUTb K OTKa3y OT YyNOTPeOIEHWSI OBOLLEN,
60oraTbiX MPOTUBOOMYXONEBLIMM 1 aHTUOKCUAAHTHBIMA
CoeaMHEHUAMU, U K MPeanoYTeHnto 6onee cragkmx

M XXUPHbIX MPOAYKTOB. Takoe MMLieBoe noBeaeHmne
YBENMMUMBAET PUCK Pa3BUTUS CEPOEYHO-COCYONCTbIX
3ab0neBaHUIN, OXMPEHUS U pakKa.

leHeTUYecKkMI aHanM3 nokasarn, YTo o6cnepyeMoMy HenpUsITEH FOPbKUN BKYC
HEKOTOpPbIX MPOAYKTOB U OBOLLEl (peaunca, ropuunLibl, pyKoJsibl, 6poKKou,
LiBETHOW, 6ptoccenbCKomn, MEKMHCKOM KaryCTbl, yKa), @ TakXe TEMHOro N1Ba,
Kode 1 anKkoross, YTo MOXET CITY>XXUTb NPUUMHOM OTKa3a OT ynoTpebreHus

3TUX NPORYKTOB.

O6cnepoBaHUA

s mpod®UIakTUKIN OHKOMOMMYECKIMX
3aboneBaHNM pekoMeHayeTcs
OOMOSHUNTENBHO MPUHUMaTb
aHTUOKCMOAHTbI B BuAe bALOB C
rMAPOKCUTVPO30SIOM, LIIHKOM, KOSH31MOM
Q, CeNeHOM, JIOTENHOM, KYPKYMUHOM*. 9TO
OCODEHHO BaXHO MPU CHUXXEHHOM
AHTUOKCUMAAHTHOM 3almTe y
obcrenyemoro.

* Heobxooyma KOHCYyIbTauya Bpada - crneunanncTa

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauumM no NnpodunakTuke

ObcnenyeMoMy BaxHO YBENMUNTL B paLyiOHe LOSTO
MPOLAYKTOB 6€3 BblpaXeHHOro ropbKOro BKyca*: spko
OKpaLLEeHHbIX Srof, YepHOro BUHOrpaaa, CBek/bl,
©60rapcKoro nepLa, 3eneHoro Yyas. XenatensHo
eXeqHEBHO YroTpeb1sTb HEOOIbLIOE KOMYECTBO
KpecToLBEeTHbIX (Bproccernbckas KanycTa, pykora v Ap.)
W MNENHbIX (NyK, YeCHOK). OBCcrenyemblii MOXET
MacKmMpoBaTb ropeyn LobaBneHVeM NPMnpas B
YMEPEHHOM KOMyecTee*.
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[TuweBblie

HenepeHOCMMOCTHU

MueBas HENePEeHOCUMOCTb — OCTPast HeraTMBHas
peakLyist opraH/3Ma Ha onpeaesieHHble MpoayKTbl U
KOMMOHEHTbI MULLM, CBSI3aHHAs C HapyLUEHWEM
npouecca Mx YyCBOEHUS.

MNprBEepPe/IMBOCTb B €€ He BCerfa 3aBKCUT OT CaMiX
MPOOYKTOB MUTaHWUS UK 13BanoBaHHOCTW. MHorvie
JOOM UCTbITBIBAKOT MOCTOSIHHbIE MPOOIEMbI

C MVLLEBAPEHMEM W3-3a FEHETNYECKOM
HEMepeHOCMOCTU HEKOTOPbIX MpoaykToB. B OHK-
TecTe VCCIIeOykoTCH MeHbl, OTBEYatoLLMe 33 OTAE bHbIE
XMMUYECKME MPOLECChl B OpPraH13Me, KOTOpble
CBSA3aHbl C UCMOJIb30BaHMEM, HAKOMNEHWNEM UM
pacLiernfieHeM Tex U MHbIX BeLLeCTB.

3HaHVe UHOMBWOYaNbHBIX FrEHETUYECKMX
0OCOBEHHOCTEN MO3BOIAET ONpeaeniTb, Kak Balll
OpraH/3M pearvpyeT Ha HEKOTOPbIE MPOAYKTbI.

B 4aCTHOCTM, pacCMaTpVBaOTCA Hanbonee
pPacnpOCTpPaHeHHble MPOBeMbl — peakLms OpraH13Ma
Ha J1aKTO3Y U [TIIOTEH.

MnEeBble HEMEPEHOCMMOCTHM Be3 CBOEBPEMEHHOIO
neYeHus 1 NPoGUNaKTUK MOMYT MPOBOLIMPOBATL
Pa3BUTKE CEPbE3HbIX 3aD0EBaHM, Cpeayt KOTOPbIX —
HapyLLEHMS paboTbl MULLIEBAPUTENBHOMO TPaKTa,
nepmartoniormyeckme 3aboneBaHus, HepBHble
PACCTPOWCTBa, MPO6eMbl C BECOM.

MepcoHanbHbin OHK-oTueT: PD0962

]
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J1lakTa3zHasa HegoCTaTOYHOCTDb

UccnepyeMbie reHbl

leH LCT kogupyeT GepMeHT MaKTady U 3KCMPECCUPYETCS B KULWEYHUKE.
MCM6 (LCT) Mcecnenyemblii MOmmMMOpdr3M PacrionoxXeH He HEMOCPEACTBEHHO B reHe

LCT,a B reHe MCMB6, koampytoweM pernikaTiBHbIM dakTop rpymsl MCM,

HEOBXOAMMBIN A8 CTaAMU MHULMALMKN PETIMKALIUM FTeHOMa.

B MHTPOHHbIX 0bnacTsax reHa MCM6 rmMeeTcs 2 perynsaTopHbIX

(3HXaHCcepHbIX) parioHa ans reHa LCT.

B HOpMe aKTUBHOCTb /lakTa3bl C BO3PAaCcTOM yracaeT, OAHaKO
nommopdmnam MCME(LCT) cBa3aH C COXpaHEHWEM ee aKTBHOCTU
1 CNOCOBHOCTW YyCBaMBaTb MOJIOKO. YacToTa NOMMOPOHOro annens
B eBponenckon nonynsaumm — 50,8% (Mo gaHHbIM MpoekTa «1000
reHOMOBY).

Pe3ynbTaT reHeTU4ecKkoro
aHanmsa o

leH MonuMopodusm MeHoTVN YacTtoTa PesynbTat SdodekT

MCMB6 (LCT) rs4988235 c/C 32% MpenpacrnonoXeHHOCTb K HU3KOMY YPOBHS ==
3KCMpeccum flakTasbl BO B3POCTIOM BO3pacTe

PacLLernyieHme MOIOYHOro caxapa (MakTo3bl) CBA3aHO MexaH13My. B HopMe B MriaieHuecTBe KOHLEeHTpaLms
C aKTMBHOCTbIO depMeHTa NlakTasbl. BpoxaeHHoe 3TOro GepmeHTa HaxoOMUTCs Ha BbICOKOM YPOBHE,
CHUXEHWE aKTVMBHOCTW SlaKTasbl — BPOXIOEHHas! C BO3PaCTOM OHa MOXET MOCTENEHHO CHUXATbCS,
rMMNoNakTasuns — SBMSETCA PEAKO naTororven HO Y YaCTV HaceneHMs OCTaeTCs MOCTOSHHO BbICOKOM.

1 HacneLyeTcst MO ayTOCOMHO-PELLECCUBHOMY
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JlakTa3Hass HeJoCTaTOUYHOCTb

CoxpaHeHue GyHKLMIN NaKTa3bl CBA3aHO

C NoMMMOPHU3MOM B PEryISTOPHOM y4YacTKe reHa
naHHoro ¢epmeHTa. MNpy NakTasHoOM HegOCTaTOYHOCTY
(MM HenepeHOoCMMOCTM NakTo3bl, E73 no MKB-10)
JIaKTO3a He PacLlernyISeTcs B TOHKOM KULWeYHMKE

1 MonagaeT B TONCTbIN, rAe nof LeENCTBUEM
MNKPOBUMOTbI pasrlaraeTcst ¢ 06pasoBaHMEM MOSIOYHOM
KMCNOTbI M ra30B, YTO MPYBOLUT K MpobemMam

C nMuEeBapeHmemM Mbo K PasMHOXEHMUIO MAaTOreHHOM

3akoveHue

MUKPOGIOPBI U Pa3BUTUIO BOCTAIMTENBHbIX
NMPOLLECCOoB.

KonmuecTBo HaceneHsa C lakTasHom
HELOCTAaTOUYHOCTbIO Pa3/IMYaEeTCs B 3aBMCKMOCTU
OT pervoHa 1 nonynaumm: Leseuws, daHns — 3%,
PuHnaHans, Lesenuapua — 16%, AHrmns — 20-30%,
OpaHumsa — 42%, cTpaHbl tOro-BoctouHowm Asnu,
adpoamepukaHLpbl CLLUA — 80-100%, eBporenckas
YyacTb Poccnm — 16-18%.

[eHeTUYecKkMI aHanM3 BbiIBUN Y 06CriefyemMoro npeppacnosioXXeHHOCTb K
HernepeHOCUMOCTU MOJIOYHbIX MPOAYKTOB, YTO MOXET NPMBECTU K METEOPU3MY
M BOCTMa/MTENbHbIM MPOLLECCaM B XE/TyAO0UYHO-KULIEYHOM TPaKTe.

O6cnepoBaHUA

B cnyyae npobnem ¢ nmweBapeHnemM B
OTCYTCTBWME MOTPEDIEHNS MOSIOYHbIX
MPOAYKTOB HEOOXOAMMbI LOMO/HUTENbHbIE
obcnenoBaHus (Cogep xaHve yrmeBoaoB B
Kare, Cooep>xaHve Bogopoaa/MeTaHa B
BblblXaeMOM BO3AyXe, Boncus BOPCHHOK
KULWEeYHVIKa C onpeneneHnemM akTMBHOCTH
nakTasbl). Mpy HEOBXOAMMOCTH
peKkoMeHOBaH MPYEM MperapaToB
JIaKTa3bl.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauum no npopunakTuke

ObcrnenyeMoMy crieflyeT OTkasaTbCsl OT ynoTpebieHUs
TaKMX MPOAYKTOB, KaK LLeNbHOE, CyX0e, CryLleHHOoe
MOJIOKO W CIMBKM. KMCMIOMOMOYHbIE MPOAYKTbI (CMeTaHa,
BapeHeLl, psixkeHka, Kedurp, TBOPOT, Cbip U Ap.) CoaepxaT
HE3HaYMTENbHOE KOIMYECTBO /TaKTO3bl, Yalle BCEro B
depMeHTNPOBaHHOM GOpMe, MOITOMY OHM LOMYCTUMbI,
VX MCKITFOYaTb HEe peKoMeHyeTCst (HeobXxoaMMo
OPUEHTUPOBATLCS Ha MHAMBUOYABHYIO
MEPEHOCHMOCTb KaXaoro npoaykTa B OTAENbHOCTH).
Tak>ke MOXHO YroTpebsSTb HM3KOMAKTO3HOE MM
pacTUTeNbHOE MOMIOKO (MUMHOAMbHOE, KOKOCOBOE,
pUCOBOE, KedpoBOoe). B cryyae HenepeHoCKMoCTU
6erKoB KOPOBbErO MOJSIOKa PEKOMEHAYETCS MOTHOCTHIO
0OTKa3aTbCsl OT MOJIOYHbBIX MPOOYKTOB.
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HenepeHOCUMOCTb MMIoTeHa

UccnepyeMbie reHbl

KoovpyeT Monekyny rmaBHOro KOMrjiekca rctocoBMecTMMocTu Il —
HLA-DQ2 UeroBEYECKMI NEMKOLMTaPHbIM aHTUreH (Human Leukocyte Antigen,

HLA). Knactep HLA pacrnonoxeH Ha xpoMocome 6 yenoreka. Crctema HLA

OTBEYAET 3a MreHeTMYECKUIN KOHTPOSIb B3aNMOAENCTBIS BCEX

MMMYHOKOMMETEHTHbIX KJIETOK OpraH13ma, pacro3HaBaHe CBOMX

W Yy>KEPOLHbIX KJIETOK, 3aMyCK W peanm3aLmio MMMYHHOrO (B TOM Yncsie

1 ayTOMMMYHHOrO) OTBETa.

OnpepneneHHble BapuaHTbl reHa HLA-DQ (B YyacTHOCTU, HLA-DQ2.5, HLA-
DQ2.2) cBA3aHbl C BbICOKOW YyBCTBUTENbHOCTBIO K [TIOTEHY

M MICMO/b3YHOTCA AN FeHETUYECKOM AMarHOCTUKM HEMEPEHOCKMOCTH
rMOTEHa/LenMaknn. AHTUIEH-MPe3eHTYoLWe KeTku, Hecywme HLA-DQ2 B
KOMMneKce C Ae3aMUHMPOBAHHbIMK MeMTUOAMU MMaavHa, MPencTaBnaoT
AHTUIEHbI T-KNIETKaM, UTO MPUBOAUT K 3aryCKy XPOHUYECKOro
BOCManeHus B C/IM3UCTON TOHKOW KULLKK 1 Pa3BUTUIO LienMaKmu.

Pe3ynbTaT reHeTU4YeCcKoro
aHanusa

O

leH MonuMopopusm MeHoTVIn YacTtoTa Pesynbtat AddekT

HLA-DQ2.2 rs7775228 /T 63% MpenpacnonoXeHHOCTb K YBerMUeHMo
UYBCTBUTENBHOCTU K IMMaAMHY He BbiSBreHa

HLA-DQ2.5 rs2187668 G/G 80% MpenpacrnonoXeHHOCTb K YBerMUeHMo n
UYBCTBUTENBHOCTU K IMMaAWHY HE BbiSBNeHa
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HenepeHoOCUMOCTb MMIOTEHA

[TIOTEH M CBSA3aHHble C HUM Berku, MPUCYTCTBYIOLLME
B MeHMLLEe, PXW, sUMeHe 1 OBCe (eC/M He yaanoch
n3bexaTb MpUMecH MieHMLbl) — BHEWHUIA TPUrrep
BO3HWKHOBEHWS Lenmakny. CneayeT pasmmyaTb
LIeNMaKmio, aneprto Ha MweHmLy

1 HE aCCOLIMMPOBAHHYIO C LierMakmen
rMNepYyBCTBUTENbHOCTb/HEMEPEHOCUMOCTb MTIKOTEHA.
Llenmnakums (K90.0 no MKB-10) — xpoHunyeckas
orocpenoBaHHas MMMYHHOW CUCTEMOW aHTepodaris
TOHKOIO KNLWEeYHKKa C XapakKTepHbIMA
MaTONOrNYecKMN MOPPONIOrNMUYECKUMM N3MEHEHNSMN
BOPCWMHOK TOJICTOIrO KULLEYHKKa. Mpu
rMNepYyBCTBUTENBHOCTU K [TIIOTEHY, HE CBA3aHHOM

C LenmaKkmein, ceponormyecke Mapkepsl
AYTONMMYHWNTETA NI anineprnin OTCYTCTBYHOT,
HacnenyeMocCTb HemepeHoCMMocCTH — 69,8%.

3akioyeHue

PacrnpocTpaHeHHOCTb Lenmakum BapbrpyeT

oT npuMepHO 1:100 go 1:300. Llenrakms BO3HMKaeT

Yy MpuMepHO 95% obcrenyemblX, 3KCIPECCUPYIOLLMX
IMaBHbIN KOMITIEKC rncTocoBMecTuMocT (MHC)
knacc |l yenoBeyeckoro NemKouMTapHOro aHTUreHa,
HLA-DQ2. CrnelyeT MOMHWTb, UTO HaM4me annenemn
pucka HLA — 3To HEOBXOAMMBIN, HO HE [OCTaTOUHbIM
dakTop 4S9 Pas3BUTUS LLeNIMaKMU.

Tak>ke BbisiBeHo 6onee 100 gpyrx He-HLA reHos,
MOSIMMOPGK3Mbl KOTOPbIX B BOJbLLEN UM MEHbLLEIN
CTerneHW CBs3aHbl C Pa3BUTUEM HEMNEPEHOCUMOCTU
rmoTeHa. PUCK pa3BUTUS LLeNMaKMK MOBbILLEH Y ALY
c CO1Tv opyrumMm ayToOMMMYyHHbIMX 3a001EBaHMSAM,
CUHAPOMOM [ayHa 1 OpYyruMmM acCoOLMMPOBaHHbIMM
HonesHsaMA.

Y o6cnep,yeMoro He BbisiB/IeH pUCK pa3BuTUa Uenmakmm, BO3HUKHOBEHNE
HenepeHOCUMOCTU roTeHa MasioBepoAaTHO UM He UMeeT KIIMHUYeCKOoro
nposiBneHus. OpHako uenMakus sisnsieTcs MHOFOdJaKTOprIM 3aboneBaHueM, n
npu BOSHUKHOBEHUUN CUMNTOMOB HENepeHOCUMMOCTU IloTeHa peKoMeHO0BaHbI

[onosHUTeNbHble o6cneaoBaHUs.

O6cnepoBaHUA

[NpW NosiBNEHUN CUMITOMOB
HEeMepeHOCUMOCTU MMoTEHa HEOHXOAMMbI
OOMOSTHUTENbHbIE O6CNeOoBaHUS:
aHa/M3bl CbIBOPOTKU KPOBW Ha
aHTMaHOOMM3ManbHble (EMA) aHTuTena u
aHTUTENa K aHTUTKaHEBOM
TpaHcmyTaMrHase (anti-tTG), aHTuTena K
rvaguHy (@nti-DGP IgG n IgA). Mockonbky
Llenakus sSBnaeTcs MyssTMdakTOPHbIM
3aboneBaHMeM, MOTpedyeTcs NpoBefeHMe
OOMOSNHUTENbHbBIX FEHETUYECKMX TECTOB
0N aHamM3a Opyrx GakTopoB pyvcKa
HEMepeHOCUMOCTU MIOTEHa/LEMaKkuu.
Ecnv pmarHocTuka nogteepauT GakT
HaNMUMa SBHOW MM CKPbITOW MALLEBOW
HEMepeHOCUMOCTU MMIOTEHA,
obcrenyeMoMy HEOOXOAMMO UCKITIOUNTb
€ro 13 paunoHa.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauuKM No NnpodunakTuke

MocKosbKy y 06CrenyemMoro npeapacronoXeHHOCTb K
LLenMaKmMm He BblsiBIeHa, 471 HErO BO3MOXHO
BKJTIOYEHME B PaLMOH MPOOYKTOB, COAEPXKALUMX THOTEH:
TtOBbIX 3/1aKOB (POXb, SYMEHb, MILEHMLA, OBEC, BCE
KpYrbl) U U3OENUIA U3 HUX B MPEeriax PEKOMEHOYEMbIX
eMy HOPM BerKOB, XXMPOB U YITeBOOB.
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BuuTaMumHDbI

BuTaMuHbl — opraHmnyeckrie BelecTBa, obragaroLme
BbICOKOW BMOMOrMYeCcKOM akTUBHOCTbIO

1 OTBeYatoLe 3a BCe OOMEHHbIE MPOLIECCHI

B OpraH/3Me.

BONbLWMHCTBO BUTAaMMHOB HE CUHTE3MNPYIOTCA

B OpraHmM3Me 4yesioBeka, NoaToMy OHUM OO 1>KHbI
perynapHo n B OCTaTOYHOM KOJIMYeCTBE MNOCTYraTb
B OpraHm3m C MULLEN NN B BWOE BUTAMUHHO-
MMHEPaJ1IbHbIX KOMIMIEKCOB U MULLIEBbIX no6aBOoK.

CYLLECTBYIOT reHeTUYECKME MapKepPbI, KOTOPbIE MOMyT
FOBOPUTb O MOBbILLEHHOM MOTPEBHOCTU OpraHM3Ma

B OMpeeneHHbIX MYKPOHYTPYEHTaX — BUTaMMHaX

1 MUHEpParax. HekoTopble MyTaLuv B reHax NpuBOasaT
K CHIDKEHWIO YPOBHSI HEOOXOAVMbIX BUTAMVHOB

1 MVKPO3IEMEHTOB, @ HEKOTOPbIE CMOCODCTBYIOT

VX M3MULLHEMY HAKOMMEHWIO B OpraHM3Me.

Mo pe3ynsraTamM aHanysa COOTBETCTBYHOLLMX FEHOB
MOXHO OMpPefenmTb, Kak MPOTEKaKOT B OpraHM3Me
MPOLECChl YCBOEHWS MOME3HbIX BELLECTB, Npu
HEeOOXOOMMOCT U CKOPPEKTMPOBATb MiATaHMe

B CTOPOHY YBENMUYEHS UM YMEHDBLLEHMS HEKOTOPbIX

MPOLYKTOB WM HasHa4MTb obcneayemMomy npmem BAL,.

MepcoHanbHbIn OHK-oTyeT: PDO962

=)
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MeTabonunam XonmHa

UccnepyeMmbie reHbl

Kopupyet depmeHT dochaTnaniaTaHonaMmH-N-MeTuntpaHchepasy

PEMT

(PEMT). KkcrpeccmpyeTcst B MeYeHu, cepaLle, XKMpOBOW TKaHU

¥ MOOKeNya0oYHOM xene3e. DepMeHT KaTanm3npyeT npoLecc
METUNMPOBaHMA GochaTanIdTaHOMaMMHa B GOChaTUANIXOMH.
MomMMop®r3Mbl B 9TOM reHe BIMSAOT Ha CMOCOOHOCTb OpraH/3Ma
CaMOCTOATENbHO CMHTE3MPOBATb XONMH. B yCroBrsAX HegocTaTka
MOCTYMatoOLLEro U3BHE XO/MHAa 3TO MOXET MPUBOAMTL K CTeaTorenatTmTy
1 HearnkorosibHOWM XMpoBoW 6onesHu nedveHr (HAXKBM). MonmMopduram
rs7946 Tak>xe MOBbIWAET PUCKM OXMPEHMS U BIIMAET Ha CHUXEHME
YPOBHS XOPOLEro XonecTepuHa.

Pe3ynbTaT reHeTUu4ecKkoro

aHaJ1IN3a

leH Monnumopdpusm FeHoTvIn YacTtoTa

PesynbtaTt

O

SdodekT

PEMT rs7946 C/T 40%

XOnMH — BUTaMMHOMOLOOHOE BELWECTBO, KOTOpOe
MOXET BblpabaTbiBaTbCs B MEYEHM, HO BOSbLIas YacTb
€ro MocTyrnaeT U3BHe ¢ nuLLen. CUHTE3 XonMHa

B OpraH/3Me YeroBeka OCYLECTBISETCS C MOMOLLpO
depmeHTa dochaTnamnaTaHonaMmH-N-
MeTuTpaHcdepasbl (PEMT). XonmH 1 ero nponssogHble
BbIMO/THAOT B OPraHy3Me MHOXECTBO GYHKLMM: XOMH
HEOOXOAMM 11 CUHTE3a Pas/MyHbIX GochOoMMMAoB,
aALETUIXOIMHA, TPUMETUATIMLIMHA. BellecTBO obrapaeT
MeMBbpPaHOMPOTEKTOPHbIM, aHTUATEPOCKIEPOTUHECKINM,
HOOTPOMHbBIM, aHTUAENPECCaHTHbBIM, yCMOKaMUBAIOLLMM
nencTemem. XonmH ynydlaeT MeTabo/M3M B HEPBHOM
TKaHW, MPeoTBpaLlaeT 06bpas3oBaHMeE XENMYHbIX KaMHEW,

MepcoHanbHbin OHK-oTueT: PD0962

HapylueHHas cTpykTypa depmeHTa.

HOPManMM3yeT 0bMeH XMPOB 1 MOMOraeT CHU3UTb BEC.
VccnegoBaHms mokasanm, YTo XOmH (OCODEHHO mpu
6epeMeHHOCTM U pa3BUTIM MI04a) CBA3aH

C y/yudLleHMEM KOMHUTUBHbBIX GYHKLIMM U COXpaHeEHMEM
MamsiTVi C BO3PacTOM U CHUXAET PUCK Pas3BUTUSA
60one3Hn ArblireriMepa.

HepocTaTok XommMHa MOXET BO3HUKHYTb MPU H/3KOM
noTpedbneHun GOMEBON KMCMOTbI, BUTaM1Ha B8,

A. CHMXaIOT YpOBEHb aKTVBHOCTM XONIMHA HEKOTOPbIe
aHTMOaKTepUanbHble MpernapaTbl, CTepoOnaHbIe
FOPMOHbI, a/IKOrO/IbHbIE HAMMTKU. Tak>Ke Ha YpOBEHb
XOJMHa BIMSIOT MOMMOpPdU3Mbl B reHe PEMT.
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MeTabonm3M xonmHa

3akioueHue

leHeTUyecKuit aHanM3 nokasarsl, YTo ob6cnenyemblli NPeApPacnonoXeH K
YMepeHHO HapylueHHou paboTte ¢pepMeHTa PEMT, konmuecTtBo dpepmMeHTa
HOPMasibHOM CTPYKTYPOM CHUXXEHO. MOBbIWEHHbIN PUCK BO3HUKHOBEHUS

HegoCTaTOYHOCTU XOJ/IHa.

O6bcnepoBaHuA

O6cnenyeMoMmy XenaTernbHO
rnepuoanyecky caoaBaTb aHam3bl Ha
YPOBEHb CbIBOPOTOYHOIO XOSMHA,
KpeatHOoCchOoKMHa3bI,
anaHmHamMmMHoTpaHcdepasbl (ALT),
TprMeTUaMmHokeng, (TMAO), nepekmcHoe
okmcneHne nnnmgos (MOJ). MNosisneHmne
TaKMX MPU3HAaKOB, Kak
pPa3apaXxuTenbHOCTb, AMapes, yXyaLeHue
paboTbl MeYeHW, MOBbILLEHHOE
apTepuanbHOE OaBMEHNE MOXET
yKasblBaTb Ha HEAOCTATOK XONMHa B
OpraHu3me.

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauumM no npodunakTuke

O6cnenyeMoMmy xernaTesbHO BKIKoYaTb B CBOW paLoH
NMPOAYKTbI C BbICOKMM COAEPXaHWEM XOMHa: ML
(SVIYHBIN XKeNTTOK), MeYeHb, MOYKU, MACO, pblba, TBOPOT,
cblp. BereTtapuaHuaMm crenyeT obs3aTesnibHo
yrnoTpebnaTs 6060BbIe, 3M1aKM (MeHKLLa, pUC, OBEC),
KanycTy, Wn1HaT, HepadUHNPOBaHHbIE pacTUTENbHbIE
Macna. XonmH nyylle yCBarBaeTCst B KOMIiekce C
BUTaMVHaMM rpynnbl B 1 BUTaMUHOM A, MO3TOMY
CMEeLManMCT MOXET Ha3HaYNTb UX AOMONHUTENbHbIN
npuem. MepensbblTOK XONMHa 0BbIYHO HEraTUBHbIX
3OPEKTOB He BbI3bIBAET, B HEKOTOPbIX Crly4Yasix MOryT
HaboaaTbCs TOWHOTA, PACCTPOMCTBO KMLLEYHVIKA,
MOBbILLEHHOE MOTOOTAENEHME.
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MeTabonm3M KapoTUHOMOOB

UccnepyeMmbie reHbl

KoompyeT depMeHT B-KapOTUH-MOHOOKCUIeHasy 1, KOTopbI
BCMO1 B OpraHu3Me YernoBeka yyacTByeT B MPeBpaLleHN KapOTMHONOOB

B PETUHON — aKTUBHYIO GOpMy BUTaMUHa A. DepMeHT 0b6/1a4aeT y3KoM

CybCTPaTHOWM CreLMPUUYHOCTbIO. IKCMPECCHpPyeTCs B OCHOBHOM

B TOHKOM KULWEYHVIKe M ABEeHaOLaTUMEPCTHOM KMLLKE, pexe — B TOSICTOM

KULLEYHWKE, XXenyaKe, MoYkax, Xen4Hom rnysbipe. BCMO1 kaTtanmaunpyet

JVIMUTUPYIOLLYIO CTaAMIO 3TOrO MpoLecca — OKUCIUTENbHOe

pacluernieHme B-kapoTrHa Ha ABe MOMeKy bl TPAHC-PeTUHaNS.

BuTaMvH A MOXET BblTb 0OPa30BaH W B pe3ysisTaTe pacluensieHus a-
KapoTUHa M B-KPUMTOKCaHTVHA, KOTOPbIE COOEPXKATCS B ThikBE, TOMaTaXx,
nanave, AblHe, KyKypy3e, manpurke 1 HekTapmHe. MonmmMopduam nprBoamnT
K CHUXKEHWIO CKOPOCTU pacluensieHmst KapoTMHOUAOB. [py 3ToM
3aMefI9eTC KOHBEPCUSI MPOBUTaMUHA A B aKTUBHYIO GOPMY HYTPUEHTa,
UTO CMOCOBCTBYET Pa3BUTUIO TMMOBUTAMUHO3a. HexBaTka BUTaMmHa A
MOBbIWAET IKCMPECCUIO MeHa, HO 3TOMO HEAOCTAaTOUYHO, YTOObI YCTPAHNTb
4ebVLUT HYTPUEHTa.

Pe3ynbTaT reHeTU4ecKkoro
aHanmsa o

FeH Monmmopdpusm MeHo™vin YacTtoTa PesynbtaT b dekT

BCMO1 rs12934922 AT 48% MpenpacrnonoXeHHOCTb K CHUXEHMIO akTUBHOCTU =
B-kapoTnH-15-15'-MoHOOKCKMreHasbl 1

BuTaMnH A — XXMPOPacTBOPKMMbIN BUTaMUH, C NOMOLWpBIO B-KapoTUH-15,15"-MOHOOKCUIreHa3bl
MPeacTaBneHHbIM rPYMMoM CXOOHbIX MO CTPOEHUIO (BCMOT). KapoTnHOWMAbLI COOAEP>XATCH B PACTUTENbHbIX
BELLECTB — HEKOTOPbIMU KAapOTUHOWAAMA 11 PETUHOIOM. mpoaykTax (TbiIkBa, MOPKOBb, pera, baHaH 1 ap.),
MepBble SBMSIOTCA HeaKTUBHOM GOPMOM BUTaMMHa a PETVUHONM — B XXMBOTHbIX.

N HY>XXOAaKTCA B 4OMNOJIHUTES/IbHOM npeo6paaoBaH|/||/|

MepcoHanbHbin OHK-oTueT: PD0962 40



MeTab6onmsM KapoTMHONAOOB

BcacbiBaeTcst MeHee 20% B-KapOTrHa, MOCTYNMBLIErO

C nvLLen. YCBOeH e KapOTUHOMOOB MOBbIWAETCS Mpw
yrnoTpedbreHnn 1x COBMeCTHO C Xvpamu. danee,

B 3aBMCUMOCTV OT aKTMBHOCTV depmeHTa BCMOT,
KOTOpasi ONpPenenseTcs reHeTUu4eCcKn 1 MoXeT ObiTb
CHWKeHa Ha 30-70%, MpONCXOaUNT KOHBEepCHs
KapOTMHOWAOB B PeTUHasb. DepMeHT KaTanm3aupyer 1-
O CTYMeHb MpeBpPaLLEHIMS MOCTYMAKOLLEro C nNuLen B-
KapoTVHa B BUTaMUH A MperMyLLECTBEHHO B arMTeMm
CIM3UCTOM TOHKOIO KMLeYHKKa. [pu pacllenieHmm B-
KapoTuHa 0bpasyeTcs peThHarb, KOTOPbIN 3aTeM
BOCCTaHaB/MBAaETCH 0O PETUHOMA MO0 OKUCIAETCS
[0 PETUHOEBOM KNCIOTbl. 3aTeM U3 peTrHOa
CUHTE3MPYIOTCH 3PUPbI PETUHOMA, KOTOPbIE B BUAE
XUIOMVKPOHOB TPaHCMOPTUPYIOTCA B NeveHb. PepMeHT
CrocobeH paclLernIsTb KapOTUHOMObI, CHXas

X KOHLEHTPaLMIO B Mia3Me, O4HaKO He B KaX/a0M
cnyyae obpasyeTcs akTMBHasa GopMa BUTaMMUHa A

3akoyeHue

Cpenm 61oxmMmnyeckinx GyHKLMM BUTaMHa A
BbIOENSAIOT yYacTMe B 9KCMPECCUI MEHOB, CBA3aHHbIX C
YYBCTBUTENBHOCTbBIO KNIETOK K FOPMOHaM 1 pOCTOBbIM
dakTOopaM, MoaToOMy AedULUT HYTPUEHTa CKa3bliBaeTCH
Ha COCTOSIHUM aMMAepMMCa U CIIM3UCTbIX OOOIOYEK,
npomdepauiv UMMyHHbIX KNETOK, XPSALLEBOW

M KOCTHOW TKaHsx. [pyras GyHKUUs peTrHans
3aKstoyaeTcs B obecrnedeHni GoToOXMMUYECKOrO akTa
3peHVa. [JONoNHUTENBbHO BUTaMUH A MOXET
MOAOEPXMBAaTb aHTUOKCUMAAHTHYIO 3aLLMTY KIETKU.
HepocTtaTok xenesa v LUMHKa, yXyaLweHye oTToka
>KEes4M, OCOOEHHOCTU ANETbI M HEDAroNPUSATHbIM
reHOTWM MOBbLIWAKT PUCK PasBUTUS AEDULIUTHDBIX
COCTOSIHUIA 11 COMYTCTBYHOLLWX HAPYLIEHWIA —
YXYLOLUEHWS 3pEeHKS, pa3MsAryeHs poroBoi 060I0YKM
rnasa, rmnepkepaTosa, YaCTbiM BYPYCHbIM

1 BaKTeEPManbHbIM 3a60NEBaAHUSAM.

leHeTMYeCKUt aHanM3 nokasar, YTo y o6cnefyemMoro BbisiBfieHa CpeaHsist
NpeapacronoXeHHOCTb K HapyLUeHWIO MeTabonM3Ma KapOTMHOMAOB U

pasBUTUIO M’MNOBUTaMUHO3A A.

O6cnepoBaHUA

[na NnpodunakTMKM rMnoBUTaMmHoO3a 1
HaKOMIEHNS B OpraHu3Me obcreqyemoro
KapOTUHOWAOB eMy XeraTesbHO
NMPOBEPUTL Y OBCIENyEeMOro YpoBeHb
6eTa-KapoTUHa U PETUHOMA B KPOBU U MPpU
HEOBXOAMMOCTU CKOPPEKTUPOBATL NX
noTpedneHne*. Cnegyet yunTbiBaTb, YTO
130/MPOBaHHOE orpeferneHne
KOHLIEHTPaLMK pETUHOa MMEET
OrpaHUYeHHOoE KIIMHNYECKOe 3HaYeHue,
MO3TOMY A MPaBUIbHOW OLIEHKM U
KOPPEKLIMM COCTOSHMS 0bCcnenyemMoro
PEKOMEHAYETCS YUNTbIBATb CUHEPIU3M U
aHTaroHW3M pyrmx BUTaMUHOB W
MUKPO3/IEMEHTOB*.

MepcoHanbHbin OHK-oTueT: PD0962
* Heo6xou|/|Ma KOHCyIbTauma Bpada - crneunanmcTa

PekoMeHaaUuKM nNo NnpodunakTuke

ObcnenyeMoMy pekoMeHayeTcst MOMYIMO MPOAYKTOB,
BoraTblx KapOTUHOMAAMY (MOPKOBb, KPACHbIM nepeLl,
KarnycTa, NeTpyLKa, TbiIkBa, baHaH, TOMaT, MaHOAPWH,
rOpPOX, WNMHAT, 6aTaT, pena, HeKTapuH, OblHS), TaKXe
rnosly4aTb BUTaMVH A B YMCTOM BUAE U3 XXMBOTHbBIX
MCTOYHUKOB. 1719 MpOdUIaKTUKYM MTMMNOBUTaMUHO3a
KenaTenbHO BKOUYNTD B AMETY MPOAYKTbl, boraTblie
BUTAMMHOM A XXENTKW 1L, MeYEHb MOBSXbIO, MeYeHb
TPEeCKU, CIMBOYHOE Macso. lNpu HEOBXOANMMOCTH
BO3MOXEH AOMONHUTENbHbIM MPUEM AaHHOIO
B1TaMHa B GOpMe peTuHOa B kayecTBe BALL** mocne
KOHCYNbTaLMmM crieupmanicTa.
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MeTabonmnam eutammHa D

NccnepyeMbie reHbl

VDR

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1In3a

KooumpyeT agepHbiv pelientop VDR (TPaHCKPUMLMOHHbBIA GakTop),
KOTOPbIV CBA3bIBAET KasbLIMTPMOM A8 OCYLLECTBNEHUS peErynaumm
3KCMPECCUK MHOMOUYMCIIEHHbIX VDR-UyBCTBUTEMBHbIX FrEHOB. PeLienTop
K BUTaMUHY D aKcrpeccupyeTcs BO BCEX TKaHSX OpraHu3Ma C pasHowm
VMHTEHCMBHOCTbBIO, HO Hanbosee akTMBHO MPOUCXOOMUT B SHTEpOLMTaX,
anMaepMmnce, KNneTkax Kopbl HaaMouYeYHMKOB, MUENOMOHbBIX KIeTKax.

Mpwv NoMopdr3amMe 0bpasyeTcs HEAOCTATOUYHOE KOIMYECTBO
peLenTopOB, HapYLWaeTcH perynaums akcnpeccrmn VDR-4yBCTBUTENbHbIX
reHOB M MpOTEKaHMe MPOLLECCOB, 3a KOTOPbIE OHW OTBETCTBEHHbI

(B YaCTHOCTW, CTPAAAET MNIIOTHOCTb MUHEPANM3aLIMK KOCTHOM TKaHM).
MNonmMMop®r3M NOBbILLAET CYTOUHYO MOTPEOHOCTL B BUTaMUHE D.

O

leH MonuMopopusm MeHoTvin YacTtoTa Pesynbtat SdodekT
VDR rs1544410 AG 45% MOHMXEHHas MIOTHOCTL PELLEnTOPOB K BUTaMUHY D =
BuTtammnt D — >XXrpopacTBOpUMbIA BUTAMUH, B/TaMMHa D MetloT cxoHOe CTPOEeHUE 1 PasHyto
NpencTaBneHHbIV ABYMs GopMaMmn — CKOPOCTb MPeobpasoBaHMs B aKTUBHYKO GOpMy —
aprokansumdeposiom (D2) u xonekansumpeposiom (D3I). KanbumTpmon (y ButammHa D3 oHa Bblille). 3aTem

Ob6a BapyaHTa MOXHO MoJsly4YaTb U3 ML, BUTaMUH OH CBA3bIBAETCS C 6e/KOM rra3mbl kposy VDBP,

D3 opraHuam criocobeH BblpabaTbiBaTb M MPOMCXOANT OOCTaBKa BUTaMVHA B MeYeHb Ons

13 MPOWN3BOLAHOrO XONecTepmrHa nog aAencramnem Yo- npeobpas3oBaHUs B KalbLUWAMOS, KOTOPbIM

nyyen B-cnektpa (11:00 — 14:00). PasHoBuaHoOCTU npeobpasyeTcs MoYKamy B KarbLUTPUOS.

MepcoHanbHbin OHK-oTueT: PD0O962
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MeTtabonusM ButammHa D

[NocTyrmmB B TKaHW, BUTaMUH D cBA3biBaeTCH

¢ peuermopoM VDR Y ButammHa D cyuecTtsyet
60/bWOoe KOMMYECTBO GYHKLMM: OH perynmpyet
BbIPabOTKY LIMTOKMHOB, aHTUMWNKPODHbIX MEMTVAOB,
co3peBaHMe VMMYHOKOMMETEHTHbIX K/IETOK,
OndPepeHLIMPOBKY KNETOK 3MUTENMUS M BOSTOCSHbIX
QONMKYIOB, KOHTPOSMPYET PaboTy MrEeHoB,
OTBETCTBEHHbIX 3a PEryALMIO apTepUanbHOro
[aBreHus, obMeHa Kanbuus 1 docdopa, u apyrux. s
YCBOEH WS MOCTYMatoLEro ¢ nmiien ButammHa D
HEOBXOAMMO He TONbKO yroTpebrieHme ero BMecTe

C XKMPaMK, HO U OTCYTCTBME HapyLeHWM 0bpa3oBaHUs
1 OTTOKa Xenyu.

3akiouyeHue

[MpreM HEKOTOPbIX MPENapaToB, B TOM YKcCre
MMOKOKOPTVKOMO0B, aHTMPETPOBUPYCHbIX MPEnapaToB,
AHTUMUKOTUKOB, XONIECTUPaMMHA, MOBbILLIaEeT
noTpebHOCTL B BUTaMuHe D. JedbuumTHbIE COCTOAHMS
XapaKTepU3YIOTCA PasBUTUEM MUOMATUN

11 OCTEOMNMOPO3a, CHUXEHNEM YCTOMUMBOCTM

K BUPYCHbIM 3a601eBaHaM (B NepBYO oYepenb

K rpunmny), ycuneHmeM BoCrasimTeNbHbIX MPOLLECCOB Mpu
HanMuMm 3a60NeBaHUIN 1 MOMYT CMOCOBCTBOBATb
KaHLleporeHesy.

[eHeTUYeCKMI aHanM3 nokasarn, UTo y o6crienyeMoro BbisIBlIeH CPefHUN pUCK
pa3BUTUSA 3aboneBaHNi U HapYLIEHN I, O6YCNOBNEHHBIX CHUXEHHOM
UYYBCTBMTENIbHOCTBIO K BUTaMUHY D (paxuTa, ocTeonoposa, CHUXeHUs

UMMyHUTETa U audpedysHoM anoneuum).

O6cnepoBaHUA

[ns npenynpexneHust ocTeornoposa
obcrenyeMoMy XenaTenbHO MPOBECTH
OEHCUTOMETPUIO UM PaAMNOU30TONHOE
CKaHUpOBaHWe KoCTU*. KpoMe Toro, eMy
Moe3HO COAaTb aHa/M3bl HA LWEOYHYO
docdaTazy, MonoBble FOPMOHbI,
rMapaTMpPeoUaHbIN FOPMOH,
HeopraHuyeckui ¢ochop m
LE30KCUMMPULNHOIIMH*. TaKXe emMy
>XenaTenbHO MepUoauYecKy MPoOBEPSTb
YpOBeHb BUTaM1Ha D B kpoBU™ .
JOnoNHNTENBHO MOXET BblTb MOIE3HO
coenatb obcnenyemomy Y3 xxenyHoro

ny3blpsi*.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauumM no NnpodunakTuke

Y obcrnenyemMoro rnosbilleHa NOTPEOHOCTb B BUTaMUHE
D.Emy pekomeHayeTcsa mpodunakTvika gedbuumta
BUTaMMHa D: obaBWTb B PaLMOH XVPHble CopTa pbibbl,
AVNYHbIV XETOK, CbIP, FPUObI, MeYeHb TPECKM, FOBSXbIO
neyYeHb, CIMBOYHOE Mac/1o, CIIMBKMW, CMETaHy (eC/M HeT
MPOTMBOMOKAa3aHUM MO NIMMMOHOMY OOMEHY)*, AP OXCOKM
11 MO HEOBXOAMMOCTW MPUHUMATD OaHHbIA BUTaMUH
OOMONHNTENBHO (TOMBKO MO COMMAacOBaHMIO C leYalliim
BpadoMm). MpremM aHTMNKOTUKOB, aHTUPETPOBMPYCHbIX
¥ MPOTUBO3IMUIEMTUYECKMX MPEnapaToB,
TIOKOKOPTUKOMO0B U XONecTrpamMmHa nyylle
coyeTaTb C AOMONHUTENbHBIM MPUEMOM BUTaMMHa D B
003MPOBKax Bblle CTaHOAPTHOW MOCe KOHCY/IBTaLLMm
creypanmcTa.



TpaHcnopT BUTaMmHa E

UccnepyeMbie reHbl

KogupyeT anommnonpoTtenH A5, CBSA3bIBaOWMIM 3GMPbl XONecTeporna,

APOAS MrpaeT BaxHYIO POsib B PEryriaLmm MeTabomama MnMaos.
KcnpeccrpyeTcs ToNMbKO B neveHn. APOAS aBETCH CTPYKTYPHbIM
6enkoM, BXOAUT B COCTaB TakKMX YacTUL, KakK JTMMONPOTEVHbI O4eHb
HM3KOoWM MnoTHOCTU (JTTTOHIT), XMIOMUKPOHbI, IMMOMPOTEMHbI BbICOKOM
rnoTHocTw (J1MBIM).

APOAS akTMBMpYyeT GepMeHT IMMonpoTENHIIMMA3Y, CNOCOOCTBYET
MeTaboM3My JIMMOMPOTENHOB C BbICOKMM COAEPXaHMEM TPUMMLIEPVAOB
(MMOHT 1 XMNoMMKPOHOB). APOAS BIMSAET TakXXe Ha CUHTE3 U/1in
cekpeLmio OpYrux MnonpoTenHoB. NonmMopdrnam ceasaH

C noBblweHneM yposHel JIMNHIM v TpummruepraoB B KPOBU, UTO SIBSETCS
HaKTOPOM PasBUTUS UWEMUYECKOM BONE3HW CepaLia.

Pe3ynbTaT reHeTU4ecKoro
aHanusa o

leH MonuMopopusm MeHoTvin YacTtoTa PesynbtaT AdodekT

APOAS5 rs964184 c/C 71% MpeapacronoXeHHOCTb K HOPMarbHOMY MPOLLECCY
YTUAM3aLMU TPUMMLIEPUIOB U3 KPOBSIHOTO Pycra

BuTaMUH E — XX1MpopacTBOPKMbINA BUTAMUH, FOPUYMYHOM M OAPYrMX Maciax, B Opexax 1 ceMeHax,
NMPeACTaBNEHHbIN rPYMNoM CXOOHbBIX MO CTPOEHMIO a TakXe B MpOpOCTKax MeHKLibl, OBCa, COU,
BELLEeCTB — TOKOGEPOs10B. BHyTpy opraH1ama B MPOOYKTax XMBOTHOMO MPOMCXoxaeHMs. CHavana
OH He CUHTE3MPYETCH, MO3TOMY ero BaXkHO Mosly4YaTb pacTUTENbHbIe Macia MMaPON3YIOTCA NUMas3oin

¢ nnwer. Coaep>XmMTcst B COEBOM, MOLCOSTHEYHOM, B MPUCYTCTBUU XeESIu.

MepcoHanbHbin OHK-oTueT: PD0O962 44



TpaHcnopT BUTaMuHa E

[Nocre BcacbiBaHUSA B TOHKOM KMLLEYHMKE BUTaMUH E
CBA3bIBAETCS C TPAHCMOPTEPOM (TOKOGEPOII-
CBA3bIBalOWMIN 6e10K), bOPMMPYIOTCA YacTHLbI
XWNIOMUKPOHOB, KOTOPbIE MOMafatoT B KPOBb

¥ «MepefatoT» Tokodepos IMNONpPOTENHOBbIM
KOMMeKcaM. 3a MpoLLecc BbICBODOXAEHWS ToKobepoa
113 XMTIOMUKPOHOB OTBeYaeT pepMeHT
NMnonpoTerHvnasa. ButammH E BbIMONHAET pas,
BaXkHbIX GYHKLIMIM B OpraHname. MNepBasi CBsi3aHa

C aHTVIOKCMAAHTHOW 3alUMTON KIETOK:

OH HENTPanM3yeT opraHuYeckme n HeopraHmyeckme
nepeKncK 1 TakMM 06pa3oM MPOTUBOCTOUT
NEPEKMCHOMY OKMCIEHMIO IMMMAOB M HEHACHILLEHHbIX
XKMPHbIX KUCMOT. LONONHNTENBHO TOKODEpOon
CrocobCTBYET BblpaboTke GepMeHTOB NMepBon Gasbl
LEeTOKCHKaLMM LIUTOXPOMOB, MEPOKCHAA3 1 KaTanasbl.

3aknoveHue

BuTamMyH E UHMMOWpYeET [eaTenbHOCTb HEKOTOPbIX
depMeHTOB, pearM3yoWmX peakLMy OKUCTIEHNS
(NADPH-okcmpasy). Bropas dyHKums HyTpreHTa
3aKstoYaeTcs B ObNeryeHmy CUHTE3a CoOKpaTUTENbHbIX
6enkoB, UTO YCKOPSAET BOCCTAHOB/IEHME MblLLEYHbIX
BOJIOKOH, BbIpabOoTKy KonareHa 6narogapst
YBENMUYEHMIO aKCrpeccum GakTopa pocTa
coenuHUTENbHOM TKaHW. Kpome Toro, BUuTamMmH E
MpensaTCTBYET arperauymm TpoMooLMTOB. Tokodepon
BaXkeH AS15 MOOAEP>KaHWS LIeNOCTHOCTU MUENMHOBDBIX
0b60/104eK HEPBOB, CrepMaToreHesa, 3alyLlaeT
BUTaMH A OT paspyLUeHus.

[eHeTUUYecKUIA aHanM3 Nokasarl, YTo Yy chnenyeMoro BO3MOXeH .D,ed)VILI,VIT
BUTaMMHa E B CBA3M CO CK/TOHHOCTBIO K €r0 OTHOCUTESIbHO HU3KOM

KOHUEeHTpaunn B opraHmsme.

O6cnepoBaHuA

O6cnenyemMoMy pekoMeHaoyeTcst
NepMOLMYECKM COaBaTb aHa/IM3 Ha
ornpeneneHme KOHLEHTpaLUMn BUTamMmHa E
B KPOBM OJ19 UCKITIOUEH WS
rUMOBUTaMVHO3a, OCOBEHHO ecrn
VIMEIOTCS MPOBIEMbI B PENPOAYKTYBHOMN
cdepe, MbilleyHas crlabocTb, yXyaleHue
3peHns 1 aHeMua*. Tpu HEOBXOAMMOCTU
MOXHO MPOBEPUTL YPOBEHD
TPUMMMLLEPNOOB™.

* Heobxooymma KOHCYyIbTauma Bpada - crneunanmcTa

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauum no npopunakTuke

ObcnenyeMoMy pekoMeHayeTcs ynoTpebnsdTs BUTaMUH
E nperMyLLecTBeHHO B BUAE pacTUTENbHbIX Maces
(ropyYryYHOE, KYHXXYTHOE, PbI)KMKOBOE) M OPEXOB (KeLUbto,
MUHOAMb, dUCTaLKK). DU3monormyeckas NnoTPebHOCTb
B BUTaMMHe E coctaenset 10 Mr B cyTku*. XXenaTerneH
€ro JOMO/THUTENbHbIN KYPCOBOW MPUEM Mo
COMIacoBaHWIO CO CreLanimcTom*.
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MeTabonmnam sutammHa B6

NccnepyeMbie reHbl

KopompyeT Hecrneunpuryeckyto LWenoyHyo docdaTtasy — MeMOpPaHHbI

ALPL

hEPMEHT, yUacTBYIOLMIM B peakuymax oTwernneHns ¢ocdaTHOM rpynmb

oT NMpuaokcanbdochaTa, impodocdaTta 1 pochoaTaHoaMMHA. PepMeHT
peryMpyeT nocTyriieHme BuTtaMnHa B6 13 KpOBOTOKa B TKaHU, UrpaeT
BaXXHYO pOsb B MUHEpanM3auym 3y6oB 1 KOoCcTen. [eH akTUBHO
3KCMpeccMpyeTcs B HaarnoueuHmKax, noykax, anneHanKce, nerkmx, nedeHu,
ceneserke 1 mosre. [MNpy MoIMMopPdU3ME CHUXKAETCS KOHLEHTPaLMs
BVONMOrMYECKM aKTUBHOM GOPMbI BUTaMVHA B KPOBW 1 3aTPYOHSETCA
rorrioweHme ero KreTkamm.

Pe3ynbTaT reHeTU4YeCKoro

aHaJ1IN3a

leH MonuMopopusm MeHoTVIn YacTtoTa

PesynbTtaT

O

SddekT

ALPL rs4654748 c/C 28%

BuTtammnH B6 — BogopacTBOpYMbIN BUTAMUH,
YCTOWUMBBIN K BO3AENCTBMIO BbICOKMX TEMMEPATYP,
NpeacTaBneHHbIM MMPUAOKCUHOM 1 ero
KodepMeHTHbIMU dopMamm (MMprAaoKcaMmHbOochaToM
M nnpuraokcanbdochaTom). NMMpraoKCUH COOEPKMUTCS
B repLie Ynm, basnmke, 3nakax, neveHum, Msce,
6000BbIX 1 APYrMX MPOoAyKTax. Bronornyeckn
aKTuBHas dopma BUTaMMHa B6 mpupaokcansdocdaT
(PLP) obpazyeTtcst U3 MMpUOOKCHHa MPY NMOMOLLN
neYeHoUHbIX GEPMEHTOB.

B kKpoBOTOK BUTaMH nornagaeT B dopme PLP, 3ateM
LwenoyHasa docdatasa oTwennsgeT docdaTHyo rpynny,

MepcoHanbHbin OHK-oTueT: PD0O962

MNpenpacnosioXeHHOCTb K 3HAYNTENbHO
MOBbILLEHHOM aKTUBHOCTU LWEMoYHoM ocdaTasbl

1 33 CYET BblOE/MBLIENCS SHEPTU BUTaMUH MPOHVKaET
B KJ1ETKU, rae NoBTOPHO dochopunmpyetcs
creumbuyeckMn KnHasamu. PLP Heobxoomm ans
OCYLLECTBNEHWS pPeakLMii AekapboKCUIMpoBaHUsS,
0e3aMUHMPOBaHUS M TPAHCaMUHWPOBaHKSA
AMVHOKUCIIOT, M TakMM OOPa3oM OH MOAAEPXKMBAET
6enkoBbIv 06MeH. be3 PLP He npoucxoomnT
obpa3oBaHWe NpeaLecTBeHHMKa reMa (8-
aMVIHONEBY/IMHOBOW KMCMOTbI), 3aTPYAHEHO
obpa3zoBaHMe fodaM1Ha U3 MPenLIecTBEHHMKA,

He BO3MOXEH CUHTE3 HUKOTVMHOBOW KUCOTbI

11 CEPOTOHMHA U3 TpUnTodaHa.
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MeTtabonusM ButTammHa B6

B nocnenHem cnyyae nponcxonmT HakorieHmne
MeTaboMTa KUHYPEHUHA, YTO MOXET Bbl3blBaTb UM
ycunmBeaTb aenpeccuio. PLP yyacTByeT B ABYX
peakLax AETOKCUKaLMM TOMOLIMCTENHA, B CUHTE3E

rOpMOHa MefiaToOHKHa, HeI;IpOMe,ELVIaTOpOB CepOTOHMHa,

ramma-aM1MHOMAaCTIIHOW KMCIOTbI U mMearaTopa

3akioyeHue

annepruyeckmnx peakumm rmctaMmmHa. Butammn

B6 yryullaeT yCcBOEHWE HeHAChIWEHHbIX XMPHbIX
KMCIoT KneTkamu. [Npu HegocTaTke 3TOro BUTaMmHa
BO3MOXHO MOSIBIIEHME CYXOro AepMaTiTa Ha nmue,
cebopeun 1 Xennosa,a TakxXe oCaxaeHMe KaMHeM

B MNOYKaXx.

[eHeTUYeCcKMI aHanM3 nokasar, UTo y o6crenyemMoro BbICOKUIA PUCK pasBUTUSA
AeduumTa BUTaMMHa B, 4TO MOXET MPUBECTU K HapYLUEHUIO 6€KOBOro
o6MeHa, 06pa3oBaHUIO KaMHel B NOYKax, HapyleHUsIM B paboTe HepBHOM
cucTeMbl (Pa3apaxuTeNbHOCTb, 3aTOPMOXEHHOCTb, 6€CCOHHMLIA) U

ce6openHoOMy [epMaTUTYy.

O6cnepoBaHUA

O6cnenyeMoMy MOXET BblTb BaXKHO
perynsapHoO caasaTb aHanmM3 KpOBU Ha
nMMpuaooKcanb-5-pocdaT 1 aHamms Moum Ha
KCaHTYPEHOBYIO KUCOTY*. [Npu
HEOBXOAMMOCTU BO3MOXHO Ha3Ha4veHne
[OMOSHUTENbHbIX O6CNeqoBaHNN®.

* Heobxooymma KOHCYyIbTauya Bpada - crneunanmncTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauum no npodunakTuke

B CBSI31 C BbICOKMM PUCKOM Pa3BUTUS
rMroBUTaMMHO3a B6 anga ero npodunakTnkm
obcrnenyeMoMy BaxHO YBENMUMTL B PaLMOHEe OO
LIeNbHO3EPHOBbIX KPYM, GUCTaLlek, xneba 13 MyKum
rpyboro nomorsa, YecHoka, 6060BbIX (ECM HET
MAULLEBOM HEMEPEHOCMMOCTU). TakXe HeManoBaxeH
OOMONMHUTENbHbBIN PErYNApHbIA MPUeM BUTaMyHa B6 ¢
MarHmeMm UM B COCTaBe KOMMIEKCOB BUTaMUHOB
rpynnbl B, MCnomb30BaHME KOCMETUYECKNX CPEACTB U
NMpOBEOEHVE MHBEKLIMOHHbIX MpoLienyp, COAEPXaLumx
BUTaMH B6*.
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MeTabonmnsm sutammHa BO

UccnepyeMmbie reHbl

KoovpyeT MeTnneHTeTparnapodonatpenyktady — BHYTPUKIETOUHbIN

MTHFR

bEPMEHT, yuacTBYIOLMIM B peakumax MeTumposaHmsa OHK, PHK

M aMUHOKMCOT. [JeaTenbHOCTb pepMeHTa CocOOCTBYET MpeBpaLleHmio
FOMOLMCTENHA B METUOHUH MPU HamMunm KOQaKTOpPOB: BUTaMUHOB

B6 1 B12 1 cybcTpata — donmeBor kmcnoTel. MTHFR BoccTaHaBMBaeT
5,10-MeTuneHTeTparngpodonaT o 5-MetunretparngpodonaTta.

Mpu nomMopduramMe CHIXKAETCH aKTMBHOCTb AaHHOIO npoLlecca. leH
3KCMPEeccMpyeTcs MOBCEMECTHO, OCODEHHO CUIIbHO B KOCTHOM MO3re,
NErKnX, WATOBNAHOM Xenese, AaMYHuKax 1 ceneseHke. Miccnenyetcs ons
BbISIB/IEHWSI FEHETUYECKOW MPELPACTONIOXEHHOCTM

K FMNeproMoLIUCTEMHEMUI, TPOMDO3aM, aTEPOCKIEPO3Y, OCIIOXHEHMAM
6epeMeHHOCTU. [MoNMMOpPdr3M B 3TOM MreHe CBSI3aH CO CHUXKEHUEM
CKOPOCTM AETOKCMKALMU FOMOLMCTENHA U YBEMYEHWEM MOTPEOHOCTU
B GONMEBON KUCMOTE.

Pe3ynbTaT reHeTU4YeCcKoro

aHaJ1IN3a

leH MonuMopopusm MeHoTVIn YacTtoTa

PesynbTaT

O

AddekT

MTHFR rs180133 c/T 46%

BuTtammH B9 — BogopacTBOpPKMbIN BUTaMVH Fpynnbl B,
BKJ/IKOYaIOLLMIN MPOU3BOAHbIE GONMEBOM KUCIOTbI.
MNonapast B opraHu3m, ponmeBas KMCoTa BCaCblBAaeTCH
B TOHKOM KMLWEYHUKE 1 B MEeYEHU BOCCTaHaBIMBAETCS
no Tetparnapodonmesont (Trd). K TTd moryT
depMeHTaTVBHO MPUCOEANHATLCH METUTbHAS,
MeTuneHoBast, GopMmIbHas U GOpMUMUMHOBAS
rpynnbl. [Jlanee BO3MOXEH NepeHoC AaHHbIX Fpymn

Ha Opyrve coeguHeHus, HanpyMep, NepeHoc

MepcoHanbHbiM JHK-oTueT: PD0962

MpenpacrnosioXeHHOCTb K CHUXEHWIO aKTVBHOCTA
MeTUNeHTeTparuapodonaTpenykTasol

[+ -]

METUIbHOW rPYMMbl Ha aMUHOKMCIIOTY FOMOLIMCTENH.
B npucyTctBUm BUTaMnHa B12 ponmesas KmucnoTa
CTUMYIMPYET 3PUTPOMNO33, y4acTBYET B CUHTE3E
MYPYHOB N HYKITEUMHOBbIX KMCOT, PSaa aMrUHOKMCIIOT,
B OOMeHe XOmMHa 1 MHOIUX ApYrx MeTabommyecKmx
mpovueccax. ButammH B9 yyacTtByeT B MeTabonmame
HenpomMeaMaTopoB (CEPOTOHUHA, MeNAaTOHMHA,
agpeHanvHa 1 odamMmHa), BIMSIOWMX Ha
CaMOUyBCTBUE M HAaCTPOEHVe YernoBekKa.
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MeTtabonuaMm sButammHa B9

MpreM NPOTUBO3a4aTOYHbIX, MPOTVUBOOMYXO/EBbIX
npenapaTos., CybdaHUIaMNO0B, aHTMOMOTUKOB

¥ APYrvx npernapaToB 6/10KMpYyeT MeTabonmM3m
$OMMEBOW KMCNOTbI M TakMM OBPa3oM 3aTpyaHAeT
Bronormyeckoe gencrTeme ButammHa. lNpuv pednumte
BUTaMMHa B9 MpOUCXOAUT yrHeTEeHME MPOLLECCOB
KPOBETBOPEHWS 1 pa3BUTUE MerasiobacTHOM aHeMU,

3akioyeHue

TPOMOOLMTOMNEHUI, YXYLALIAETCS pereHepaLmst KNeTok.
TOMMMO 3TOrO, CHUXKAETCA aKTUBHOCTb MMMYHHbIX
peakumMi, baroumMTapHOM akTUBHOCTU MPaHyIoLMTOB,
CHWXAETCS PE3NCTEHTHOCTb OPraHM3Ma

K BO36YLAUTENAM MHDEKLMN (MPerMyLLIECTBEHHO
BUPYCHOW MPUPOLbI).

[eHeTUYeCKMI aHanM3 Nokasar, UTo y o6crienyeMoro noBbIlWeH PUCK
HapylweHu ¢ponaTHoro o6MeHa, cBsi3aHHbI C aKTUBHOCTbIO pepMeHTa
MeTuneHTeTparnapodonaTpeaykTasbl. MoBbieHbl PUCKU CEpAEYHO-
COCYAMCTbIX HApPYLLEHUI U HEBPONIOrMYEeCcKUX 3abosieBaHnii. Bo3MOXHO
pasBUTUE OCNIOXHEHWI MO NpUYMHE 3aMeaJIeHHOW KOHBepcuu ponmeBomn
KMUCNOTbl B aKTUBHYIO popMy 5-MeTuneHTeTparmpgpodonara.

O6cnepoBaHuA

JKenatenbHo nepmogmnyeckm
KOHTPO/IMPOBaTb YPOBEHb FOMOLIMCTEMHA
B KPOBMW. Tak>XXe Mosie3Ho coaTb aHam3bl Ha
COMEep>XaHMe B KpOBM GOJSIMEBOM KUCIOTHI,
BUTaMrHOB B6 1 B12, ypoBeHb TTT, K/mpeHc
3HOOMEHHOro KpeaTUHMHA, UmMcTaTnHa-C*.
L[5 XXeHLWWMH BaXKHOCTb GOsiaToB
MOBbILLIAETCH MPY 6EPEMEHHOCTH, B 9TOM
Crnyyae Ux pekoMeHaoyeMoe KOMYECTBO
MOXET OblITb AOMOSHUTENBHO YBETMYEHO*.

* Heobxooymma KOHCYyIbTauya Bpada - crneunanmncTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauUumn no npopunakTuke

ObcnenyeMoMy He XenaTenbHO ynoTpebnaTb BUTAMUH
B9 B dopme ponmeBon KMCIOTbl, CTOUT OTOaTb
npennoYTeHme HaTypasbHbIM MCTOYHKMKaM poraTa:
3e/1eHbIM JIMCTOBbBIM OBOLLAM, Gacou, YEUEBILLE, MEYEHN,
MMBHbIM OpOXoKaM 1 BALaMm, coaep xalimim
opraHuyeckuin GonaT (KoxXypa JIMMOHa, DPOKKON U
ap.)*. XXenateneH OOMONHUTENbHbBIN MPYEM BUTaMHa
B9 B dopmMe 5-meTunretparnagpodonaTa (mocne
KOHCYbTaLMK crielmanicTa B Ha3HaYeHHOM UM
[,031poBKe)*.[pu NpueMe HEKOTOPbIX JIEKapCTBEHHbIX
nperapaToB (CynbdaHMIaMmooB, 6apbuTypaTos,
AHTUMOUOTUKOB, aMVHOMTEPMHA, METOTPEKCATa,
rnemMeTpekcena, anmMMmTbl, MMPUMETaMUHA, TPVMETOMPUMA,
cynbdacanasuHa, kapbamMasenmHa, beHUTorHa,
Ba/IbMPOEBOW KUCIOTbI U XONIecTMpaMm1Ha)
pekoMeHayeTcs NpuHMMaTb BALbI € 5-
MeTUTETParngpodonaToM*.
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MeTabonmnam eButammHa B12

UccnepyeMbie reHbl

Kopupyet a-1,2-pykosuirpaHcdepasy — pepMeHT annapata lonbaxu. [eH

FUT2

3KCrpeccrpyeTcs NPEVMYLLECTBEHHO B ABEHaOLATUNEPCTHOW KMLLKE,

XeNyaKe, XeTYHOM My3blpe, MMLWEBOAE, CIIIOHHbIX Xere3ax, TOHKOM
KnweyHuke. PyHkumMs FUT2 3akitodaeTcst B OCYLLECTBIEHUN KOHEYHOM
CTagVu CMHTE3a CO3PEBAIOLLMX MUKOMPOTEUHOB U MUKO/MMMOO0B.
PepMeHT MpUCoeaMHSET OCTaToOK L-PyKO3bl K O/IMrocaxapyaHOM YacTu
MIMKOMPOTENHOB, CPEAM KOTOPbIX — aHTUIMeHbl rpynbl Kposu (A, B)

1 BHYTpeHHMM dpakTop Kacna. Peakuus nprcoenmHeHus octatka L-
dyKo3bl K hakTopy Kacra criocobCTBYET €ro BbICBOOOXOEHUIO N3 KIIETKU.
Mpwy momMMopdr3Me 3aTpyagHSETCH 3TOT MPOLLECC 1 cekpeLuys benka,
Mo MPUYMHE KOTOPOW 06pasoBaHUe KOMIIekca BUTaMmnHa B12 ¢
dakTopoM Kacna mponcxoamT peako,a cCBOO6OaHbIN LiaHOKObanaMmH
pa3pyLlaeTcs B NMLEBapUTENIbHOM TpaKTe.

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1In3a

leH MonuMopopusm FeHoTVn YactoTa

PesynbTaT

O

SdodekT

FUT2 rs602662 A/A 23%

ButamnH B12 — BOOOPaCTBOPYVIMBIM BUTAMUIH,
O6bEAUHSIIOWMIM FPYMNY POACTBEHHbIX COEOMHEHNM
KobanamrHoB. COAEPXXMTCH B MTULLE, MACE, MACHbIX
cybrnpoaykTax, pblbe 1 MOSIFoCKax B OCHOBHOM B BUAE
LiMaHokobanammHa. 13 nmium ycearBaeTcs He 6oree
4eTBEepPTM OT OOLLEro coaep>XXaHms HyTpUeHTa.

MepcoHanbHbin OHK-oTueT: PD0O962

IMNpenpacnonoXeHHOCTb K HOPManbHOW CcekpeLymn
BHYTPeHHero daktopa Kacna

O6KMafoYHbIe KNETKM XenyaKa CEKPETUPYIOT
BHYTPEHHUI dakTop Kacra, koTopbln obpasyet
KOMMneKkc ¢ BUTaMmHOM B12, 3awmas ero ot
paspyLleHus MMweBapUTeNbHbIMA GepMeHTamMm
1 CMOCODCTBYSI BCACbIBAHUIO LilaHOKObaiaMrHa
B MOAB3O0WHON KULWKE.
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MeTtabonuaMm ButammHa B12

3aTeM LiMaHoKobanaMmMH NpeBpaLlaeTcs

B OKCMKODanaMmH, CBA3bIBAETCS C 6E/IKOM
TpaHCKobanaMMHOM. [ocie MPOHWKHOBEHUS B KNETKU
OKCMKOBaraM1H NMpeBpaLlaeTcs B OOHY

13 KOGEPMEHTHbBIX GOPM — METUSIKODBaNaM1H 1
afeHosnnkobanamrH. B npoLiecce getokcukaumm
rOMOLMCTENHA OKCMKOBaNaM1H MrpaeT porb
KobepMeHTa, MPUHKMMas METUbHYIO FPyMny € 5-
MeTunTeTparngpodonata (aktmeHaa dpopma

BUTaMMHa B9),a pormesas KnMcnoTa ncrnonbayeTcs s
crHTe3a OHK. 3ToT mpouecc ocobeHHO BaxeH Ans
HOpPManbHOro GYHKLIMOHUPOBAHMS TeX TKaHeW, KNeTKM
KOTOPbIX AeNsaTCs Hanbonee MHTEHCKBHO: 3PUTPOLMTHI,
TMMDOLNTBI, NEMKOLUTbI, SMMAEPMUNC, KNETKM
BOJIOCSAHbIX GOMNMKYS, arUTEeManbHble Knetku XXKT.

3aknoveHue

AneHosnnkobanamMyH UCrosb3yeTcst KNETKOM

B peakLMsx pacrafa v CUHTE3a XVPHbIX KMCTIOT,
BXOASAWMX B COCTaB MUENMHA, TaKUM OBpPa3om
MoAAEPXMBAETCH HOPMaslbHas NepenaYa HEPBHOMO
MMnynbca. HepoctaTok BUTaMHa B12 nnbo HapyluieHme
€ro yCBOEeHMs MPMBOOAT K HAKOMIEHWIO
METU/IMANIOHOBOW KUCMOTbI 1 TOKCUYECKOMY
MOBPEXAEHWIO HEPBHbIX KNETOK, YXYOLLIEHWIO
MUENMHM3aLMN HEPBHbIX BOMIOKOH. C APYro CTOPOHBI,
YXYLOLIAETCA 3pUTPONOa3, BO3HMKAET MakpoLMTapHas
WM MEPHULMO3Has aHemus. HapyleHye npouecca
METUIMPOBaHWS MPUBOAUT, B YaCTHOCTU, K 3aMEAIEHNIO
BblpabOTKM HEMPOMeAMaTopa aLeTUIXOMHa

Y yTUAM3aLMmM roMoLmMcTenHa.

[eHeTUYecKMN aHanM3 nokasarn, YTo y obcreqyeMoro He BbiSIB/IEH PUCK
pasBuTus gepuunTta BuTaMuHa B12. PasButne aHeMnu, HEBp ONIOrMYE€CKUX
HapyLweHui, AndpopysHon anoneumnm, o6ycnoBrieHHbIX HeAOCTaTKOM BUTAMUHA

B12, ManoBeposiTHO.

O6cnepoBaHuA

He BbISIBNIEHO HEOBXOANMOCTU PEryNSPHO
MpOBepPsATb YPOBEHb BUTaMrHa B12 B
KpoBW. JOMOMHUTENBHO MOXHO CAATb
aHaM3 Ha aHTUTENa K BHYTPEHHEMY
dakTopy Kacra*.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauuu no npopunakTuke

[PV BAHHOM FeHOTUMNE He BbiBIEHO HEOOXOAMMOCTU B
MOCTOSIHHOM [OMOSTHUTENBHOM MpYEMe BUTaM1Ha B12.
[oCTaTOUHO perynsapHo ynoTpebisTb MpoayKThl
>XXMBOTHOMO MPOMCXOoXaeHUS. OnHako
OOMOSNHUTENbHbBIN KYPCOBOW MpmMeM BUTaMuHa B12
BO3MOXeH Mpu AeduLmTe 4aHHOro BUTaM1MHa B
paLMoHe 06CnenyemMoro n/umm Hanmumm y Hero
KIMHNYECKOW CUMITOMAaTUKI .
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ButammH C

UccnepyeMbie reHbl

KoovpyeT HaTpuin-3aBnUCUMbIN NepeHocurk BuTaMmHa C (SVCTT).SVCTI

SLC23A1

OTBEYaET 3a MorioweHmne BuTaMmHa C KNneTkaMm anmTenns KMLWeYH1Ka

1 ero peabcopbumto B noykax.leH SLC23AT akcrnpeccrpyeTcs

B OCHOBHOM B MeYeHU, MoYKax, Nerkux, TOHKOM KMLLKE W MOAXKENYA0YHOM
enese. OnpeneneHHble BapraHTbl reHa SLC23AT cBs3aHbl

CO CHUXXEHHbIM YPOBHEM BUTaMM1Ha C B Mnia3me KpoBW.

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1In3a

leH MonuMopodpusm FeHoTVn YactoTa

PesynbTaT

SLC23A1 rs33972313 G/G 93%

ButammH C — 3TO BOOOPACTBOPVIMbINA MAKPOHYTPUEHT,
MPUHKVMAIOLLMIA yYacTHE BO MHOXECTBE
MeTabomyeckrx mpoLeccoB. OH BbICTYMaeT B KavecTse
KopakTopa B CMHTE3€e KOJIMareHa, KapHUTUHa

1 HEKOTOPbIX HEMPOTPaHCMUTTEPOB, UCMOSb3YETCH B
MeTabonM3me TMPO3KHa, CTUMYIMPYET YCBOEHWE
Xernesa B KMLLEYHMKE U CMIOCOOCTBYET CHUXXEHWIIO
KPOBSAHOIO AaB/IeHUA. DTOT BUTAMUH SBISETCS MOLLHbIM
BOCCTaHaB/IMBAIOLLKIM areHTOM 1 aKLLernmmopOM
CBOOOAHbIX PaUKanos.

MepcoHanbHbin OHK-oTueT: PD0962

[NpenpacnonoXeHHOCTb K 3)PeKTUBHOMY
YCBOEHWIO BUTaMnHa C

ButamnH C He obpasyeTcs B OpraHM3Me YeroBeka

¥ [LOSKEH MOCTYMaThb C MMLLEN B JOCTAaTOYHOM
KonmuecTse. CormacHo AaHHbIM, B Poccum B HacTosiLee
BpeMs 0edULNT 3TOro BUTaMyHa MPakTUYeCcKmn
nepecTtan BcTpeyaTbcs. O4HaKo, HegoCTaToK

BUTaMiHa C MOXET BO3HMKATb Y JIIOAEN,
MPUOEPXKNBAIOLLMXCS CreUndnUecKomr 1m
OrpaHUYeHHOM AMETbI, 3/I0YNOTPEDIAOLLMX a/IKOro1eM
Y KYPEHMEM, @ TaKXe MPU HaNMUMm reHeTUYECKOM
MpenpacrofioXXeHHOCTU K edULmTY.
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ButamMuH C

3akoyeHue

leHeTUYecKkMI aHanM3 nokasarn, YTo o6cnenyeMbii NPeApPacrosioXeH K
HOpMarnbHOMY YPOBHIO BUTaMMHa C B rnyia3aMe KpoBM.

O6cnepoBaHuA

[pY MOSIBAEHNI CUMMTOMOB AeduLIMTa
BUTaMuHa C (HeQoMOraHume, yCTanocCTb,
pas3npaxMTeNbHOCTb, MOTEPS anneTmTa,
60/b B CyCTaBax W1 MblLLLIAX, BOCManeHmne
[EeCeH, YacTble KPOBOTEUYEHWS M3 HOCA)
obcrnenyeMoMy XenaTenbHO coaTb aHam3
Ha ero ypoBeHb B KpOBW. [Npu BbIsSIBIEHWM
nedvuyTa ButammHa C koppekums
Ha3HaYaeTCst BpayoM.

* Heobxoomma KOHCYyIbTauua Bpada - crneumnanmncTa

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauUumM no npopunakTuke

HecMoTps Ha HanmMume 61aronpuUsSTHOro reHoTMNa,
obcrnenyemMoMy xenaterbHO BK/HoYaTb B paLMoH
[OCTaTOYHOE KOSIMYECTBO MPOAYKTOB, boraTbiX
B/UTAaMUHOM C.DTOT BUTaMUH B BO/bLIMX KOSIMYECTBaX
COLEPXUTCH B LMTPYCOBBIX, MNI0AaX LWMMOBHKKA
(MOXHO yrnoTpebnaTb B BUAE CMPOra, HACTOS),
60rapCckoM nepLie, b poKKONM, MOMMOoPax, kapTodene,
Kabaukax 1 opyrmx oBoLax. KenaTenbHo ynoTpebnaTb
MX B MMLLY CBEXVMU, TaK Kak Mpyvi ASITENbHOM
XpaHeHU (a Takxke NMpy BO3OENCTBMM BbICOKMX
TeMrepaTyp) BUTaMmH C paspyaetcs. CHvXeHune
61000CTYNMHOCTU BUTaMVHa C MOXET ObITb CBA3aHO CO
CTPECCOM, BUPYCHbIMU MHEKLMAMU,
3710ynoTpebIEHNEM KYPEHVEM, MPUEMOM
AHTUBMOTVKOB M 06E360/MBatOLLMX CpeacTs. B aTn
rnepvoapbl MOXHO MPUHUMaTb BUTaM1H C B BUAE
61onobaBoK*.
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PereHepauusa KosH3nMa Q

NccnepyeMmbie reHbl

Kopupyet depmeHT NAD(P)-XMHOH okcnaopenykTasy Tvna 1,

NQO1 KaTanmM3MpyoLLMii BOCCTAHOBIEHME XUHOHOB 10 MOPOXMHOHOB 3a cyeT
okucneHus NADH (nmm NADPH). NQO1 yyacTByeT B GroTpaHchopMaLLmm
KCEeHODUOTUKOB, Ae3aKTVBNPYS 3K30reHHble TOKCHYHbIe COEANHEHMS.
OOHOBPEMEHHO 3TOT PePMEHT PYHKLIMOHMPYET Kak KOMMOHEHT
AHTUNOKCUMAAHTHOM CUCTEMDI KNETKW, MPENSTCTBYS OO6pa30oBaHMIo
CBOOOLHbIX PafMKanoB NyTeM pereHepaLmm aHTMOKCUOAHTHbIX GOPM
YOUXMHOHa 1 BUTaMMHa E. Takxxe NQOT npegoTtepallaeT obpasoBaHme
CEMUXUHOHOB, KOTOPbIE MOIyT B3aKIMOLENCTBOBATb C MOJIEKY/ISPHbBIM
KMCNopoaoM € 06pa3oBaHMEM akTUBHbIX GOPM KUCopoaa 1 a3oTa. leH
NQO1 akcnpeccrpyeTcs MoUTU BO BCEX TKAHSX OPraHn3Ma, MpuyemM ero
MPOAYKLMS B KNNETKE ObICTPO YBE/MUMBAETCS MPY BO3AENCTBUM
Pa3/IMYHbIX CTPECCOBbIX PaKTOPOB, BK/MOUAs OKUCAMTENbHbIN CTpecc.
OnpepeneHHble MoMMMopdr3Mbl B 3TOM reHe CBA3aHbl C MOBbILLEHHOW
YA3BUMOCTbIO OpraHu3Ma K 4eUCTBUIO OKUCIMTENbHbIX areHToB
¥ C 3a60M1eBaHNAMN, KOTOPbIE MOIYT OblTb CMPOBOLIMPOBaHbI YC/IOBUSIMA
OKUCMTENbHOrO CTpecca.

Pe3ynbTaT reHeTu4ecKkoro
aHanusa o

leH Monnumopdpusm FeHoTvin YacTtoTa PesynbtaTt S dekT

NQO1 rs1800566 c/C 63% MpenpacnonoXeHHOCTb K 3hdekTUBHOM paboTe
NAD(P)-X1HOH okcuaopenykTasbl Tvra 1

KO3H31MM Q — 3TO XMPOPaCTBOPUMbIN KODEPMEHT, OT aKTVBHbIX GOPM KUCIOPOAa U NMOAABNSIOLLIIN
BaXKHEMLLUMIA YYaCTHUK SHEPreTUYecKoro obMeHa nepekncHOEe OKMUCIIEHNE NINMMO0B. TaKXKE OH MOXET
KNETKU, OCYLLECTBMSIOLLMM MEPEHOC S1EKTPOHOB VICMOb30BaTbCA KMETKOW A1 pereHepauym

B AbIXaTebHOM LIen MUTOXOHOPUIN. KpoMe Toro, BOCCTaHOB/EHHbIX GOPM APYTrMX aHTUOKCUMOAHTOB,
KO3H31M Q ABNSETCA MOWHbIM aHTVUOKCUOAHTOM, TakMx Kak a-Tokodepon 1 ackopbar.

3almMilarouM nrnasmaTnyeckmne MeM6paHbI
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PereHepauus kosH3nMa Q

Ko3aH31MM Q MOXET CyLlecTBOBaTb B OkMcieHHoW (CoQ),
YaCTUYHO (CEMUXMHOH) U MOHOCTbLIO
BoccTaHoBeHHoM (CoQH2) dopmax. PereHepaLmio ero
aHTMoKcKaaHTHoM dopmbl (COQH2) ocyuecTenseT
depmeHT NQOT, okCmaopenykTasa rniasmMaTmyeckom
MeMopaHbl. 2GPEKTUBHOE BOCCTaHOBIIEHME

3akioyeHue

KO3H3KMMa Q UrpaeT BaXHYO POSb B 3aLUMTeE KNETKN OT
OKUCIAWMX areHTOB. OKUCTITESbHbIM CTpecc
CrMOCOBCTBYET PA3BUTUIO MHOIMX MaTONMOMMYECKMX
MPOLLECCOB, BK/OYash OHKO- 1 @yTOMMMYHHble
3aboneBaHus, 6onesHb ArbLremmepa, aTepOCKIepo3s,
apTepMarnbHYO MMMEPTEH3UIO M CaxapHbll OMabeT.

[eHeTUYeCcKMI aHanM3 He BbiIBUN 'y o6criefyeMoro npeapacrosiodXeHHOCTU K
HapyuweHuto pabotbl NAD(P)-XWHOH okcuaopenykTasbl Tuna 1. OpraHmam
ob6napaeT AocTaTouHO 3PPEKTUBHOMN 3aLUMTON OT OKUCTIUTENbHBIX areHToB Mo

AaHHOMY MeXaHU3My.

O6cnepoBaHUA

He BbisiBNeHO HEOBXOOMMOCTU B
perynspHbIX creumanbHbiX
obcrnenoBaHuaXx. Mpy XenaHum ans
OLIEHKW YPOBHS OKUCIIMTENBHOIrO CTPECCa
B OpraHu3me obcrenyemblii MOXET cOaTb
aHanM3bl Ha YPOBHW MaslOHOBOIrO
Onanbpoernna, ButaMmHoB E 1 C,6eta-
KapoTuHa, KoaH3mMMa Q10, 8-OH-
0E30KCUINYaHO3MHa U MyTaTMOHa
BOCCTaHOBJIEHHOIO B KPOBW.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauuKM nNo NnpodunakTuke

HecMoTps Ha To YTO y 0BCNenyemMoro He BbisIBNIEHO
MPenpacronioXeHHOCTU K HapyLUeHHOW paboTe
NAD(P)-X1HOH okcunoopenykTasbl Tvna 1,emy
XenaTenbHO cobogaTte MPodUIaKTUYECKME MEPBI A1
noaaep>XaHMs CUCTEMbl aHTUOKCUOAHTHOW 3alUMThl
opraHmaMa. ObcrnenyemMomy XenaTerbHO Mo
BO3MOXXHOCTU OFPaHUYMTb BO3LOENCTBME Ha OpraHmn3M
KaHLLEPOreHHbIX areHTOB, MPUOEPXMBATLCS
pPa3HOOBPa3HOro pauyioHa ¢ LOCTaTOYHO 60bLUMM
KOMMYECTBOM OBOLLEN, PPYKTOB U LLEIbHO3EPHOBbBIX
MPOAOYKTOB, @ Tak>Ke MOAAEPXMBaTb HOPMaslbHbIN BEC.
BrnaronpuaTtHa perynspHasa duranyeckas akTMBHOCTb
YMEPEHHOW MHTEHCUBHOCTU.
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MeTabonuam Xxenesa

NccnepyeMmbie reHbl

KoovpyeT TpaHCcMeMbpaHHbIN 6e1oK CEMEeNCTBA [TIaBHOrO KOMIiekca

HFE

MMCTOCOBMECTVMOCTU Kiacca 1. OCHOBHasi ero GyHKLUMS — 3TO perynsums

apcopbuunm xenesa. benok HFE cBa3biBaeT TpaHchepprHOBbIE
peLenTopbl U CHYXAET UX CPOACTBO K TPaHCPeppUHY, OrpaHnYmBas
MOCTyreHuWe Xene3a B kneTku. Takke HFE BnnseT Ha mpoaykuuio 6erka
rencuanHa, KNMYeBoro perynstopa tanaHca xenesa.leH HFE
3KCMPECCMpPyeTCs BO MHOIMMX TKaHSAX M OpraHax, BK/koYas Xenya04YHO-
KMLWEeYHbIN TpakT. OnpefeneHHble NoMMopdr13Mbl B 3TOM reHe MoryT
OblTb CBA3aHbI C M30bITOYHBIM HAKOITIEHWEM XKerne3a B OpraHn3mMe

1 apTepuanbHOM rmnepTeH3nen.

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1IN3a

O

leH Monnumopdpusm FeHoTVIn YacTtoTa PesynbtaTt S dekT

HFE rs1800562 G/G 92% PUCK Pa3BUTUS FreMOXPOMATO3a Mo AaHHOMY
MexaHM13My He MoBbiLIEH

HFE rs1799945 c/C 69% PUCK pa3BUTUS FeMOXPOMATO3a Mo AaHHOMY

MexaHM3My He MoBblLleH

Keneso aBnsaeTcs BaXkHEMLWNM 271EMEHTOM,

Y4YaCTBYOWMM BO MHOXXECTBE MNPOLLEeCCOB B OpraHm3Me.

B nepByto ouepenp, xene3o TpedbyeTca Ana CMHTe3a
rema, ®yHKLIMOHa/IbHOWM COCTaBMSIOLLEN FreMOrTIOOMHa,
1 AN paboTbl GepMEeHTOB, KaTasM3MPYOLWMX
OKUCIUTENbHO-BOCCTaHOBUTEbHbIE peakLmn. XKeneso
MOCTYMaeT B OPraHmn3M C MuLLE 1 BCACblBAETCA B

MepcoHanbHbin OHK-oTueT: PD0O962

KULEYHMKe. B rnasMe KpoBM OHO LMPKYMpyeT

B CBA3aHHOM COCTOSIHMM, B OCHOBHOM C 6€/IKOM
TpaHcheppUHOM. TpaHCMOPT Xere3a B KETKM
MPOVCXOOMT MPW B3aNMMOOENCTBIIN KOMIIEKCA XENe30-
TpaHcheppuH ¢ MeMBpaHHbIM peLLenTopomM

K TpaHCcheppUHY.
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MeTabonuaM xenesa

[eMOXpOMaTO3 — 3TO 3ab0sIEBaHME, MPOSBAOLLEECS
B M30bITOYHOM HaKOMIEHUM Xernesa B TKaHsSX.
PacnpoctpaHeHHOCTb 3ab0eBaHVIs COCTaBsSeT
npmMepHo 2-3,3 cryydas Ha 1000 yenosek (cpenm
noaer eBponeomaHOM pachl), MPUYEM MY>XKUMHbI
60netT NPUBM3NTENBHO B 5 pa3 yallle XXeHLLVH.
CKJTOHHOCTb K Meperpyske Xenesom B 60/bLIMHCTBE
cryyaeB obycroBneHa HarmymeM noiMMopbrusMoB
B reHax, KOAMPYOLWWX 6erKun-perynsatopbl ero

3akouyeHue

romMeocTasa. CMMTOMaMV neperpyskin Xenesom MoryT
OblITb YCTanoOCTb, 60/b B MPaBOM BEPXHEM OTHENE
XMBOTa, 00/ B CyCTaBax, XOHAPOKaNbLMHO3,
CHWXXeHUe NMMBUA0, CUMMTOMbI CepaeYHON
HEeOOCTAaTOYHOCTU, YCUSIEHWE MUIMEHTALMM KOXM.
[Neperpyaka »ene3om MOXET MPUBOANTb K
MOBPEXOEHWAM TKAHEWN 11 CMOCOOCTBOBAaTb PAa3BUTUIIO
TakMX 3ab0NeBaHMIN, Kak GUOPO3 N LMPPO3 MeYeH!,
caxapHblv uabeT 1 apTponaTus.

leHeTMYecKUit aHanM3 nokasarn, UTto y o6cnefyemMoro oTcyTCTByeT
npenpacrosnioXeHHOCTb K pa3BUTUIO FEMOXPOMaTO3a Mo AaHHOMY MEXaHU3MY.

O6cnepoBaHuA

[pW NOSBNEHUN KaKUX-TMOO CUMMTOMOB
neperpy3Km >XXenes3oMm xenaTesnbHo coatb
aHanM3bl Ha GeppUTUH, TPAHCHEPPUH,
YPOBEHb >enesa, bunmpyouH,
anaHMHaMMHOTPaHCcdepasy,
acrapTaTaMMHOTPaHchepasy 1 06w
6erokK B CbIBOPOTKE KPOBW, cAeMaTh obuye
aHanm3bl KPOBW U1 MOYM, aHanm3 Ha COD*.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauUumn no npopunakTuke

[Nockosbky y o6crenyemMoro He BbiSiBNEHO
nMpPenpacrofioXXEHHOCTU K FEMOXPOMaTO3Y, PUCK
pPa3BUTUS 3TOro 3ab0NeBaHNA HN3KNIM. OfHaKOo
neperpyaKka »ene3oM MOXET Pa3BUTbCS Mpu
onpeneneHHbIX YCIOBKSX (MepenvBaHme KpoBu,
3noynoTpebneHue BAL, cooep XaLlyMi XXeneso).
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BeretapmaHcTBO

NccnepyeMmbie reHbl

KoouvpyeT pepMeHT B-KapOT1H-MOHOOKCUIeHasy 1, KOTopbIi yyacTeyeT
BCMO1 B MPEBPALLEHNM KapOTMHOMAOB B peTHoN. BCMO1 kaTanmampyeT
FMMATUPYIOLLYIO CTAAMIO 3TOFO MPOLIECCA — OKUCIMTENbHOE
pacuiernneHe B-kapoTVHa Ha ABE MOMEKY bl TPaHC-PETVHAA.
SKCMpeccupyeTcs B OCHOBHOM B TOHKOM KMLIEUHMKE
1 ABEHaOLaTUNEPCTHOM KULIKE, peXe — B TONCTOM KULLEUHUKE, KenyaKe,
MoYUKaXx, XemYHOM ny3bipe. MoMmMMopdU3M MPUBOAUT K CHUXEHMIO
CKOPOCTY paclieneHns KapoTUHOWOOB.

KooupyeT soepHblii perentop VDR (TPaHCKPUMNUMOHHbBIN GakTop),
VDR KOTOPbIM CBS3bIBAET KalbLIMTPUOI A1 OCYLLECTBIEHNS pPeryaumm

3KCMPECCUM MHOroYncneHHbIx VDR-4yBCTBUTENbHbIX FEHOB. PeLiernTop

K BUTaMMHY D aKcrpeccrpyeTcs BO BCEX TKaHSX OpraHy3Ma C pasHom

MHTEHCUBHOCTbIO, HO HaMboriee akTUBHO — B 9HTEPOLMTAX, AMMOEPMMCE,

KNETKax KOpbl HaAMOYEUYHMKOB, MUENonaHbIX KneTkax. [Mpu

rnomMopdr3amMe BO3pacTaeT PUCK Pa3BUTUS OCTEOMNOPO3a.

Kooumpyet depMeHT anbda-1,2-dyKkosurpaHcdepasy. DkcrpeccmpyeTcs
FUT2 B ABEHaALIAaTMNEPCTHOM KULLKE, KeryaKe, XeNYHOM My3bipe, M LLIEBOAE,
CIIOHHBbIX Xene3ax, TOHKOM KuLueyHmke. DepMeHT MpUcoeamHSeT OCTaToK
L-dyKO3bl K ONMrocaxapuaHOM YacT BHYyTpeHHero daktopa Kacna, yto
CrocobCTBYET ero cekpeuymn. MNpu nomMopdrnamMe 3aTpyaHaeTca 3ToT
MpoLLecc U cekpeLms Benka, Mo3TOMY 3HaUNTENbHO CHUXXAETCS
aKTVMBHOCTb 3axBaTa MOCTYMAoWero 13 Ny BUTaMmmHa B12
1 OH paspyllaeTcs B MMLLEBAPUTENbHOM TPaKTe.

Konmpyer pecatypasy 1>KUpHbIX KUCIOT. DEpMEHT KaTarmanpyeT
FADS1 peakLMIo CUHTE3a apaxmAOHOBOW KUCTOThI U 3MKO3areHTaeHOBOM

KWUCIOTbI M3 OMera-3 1 oMera-6 MpeaLecTBEHHNKOB. AKTUBHO

SKCMPECCUPYETCS B HAANOUYEUHMKaX, MO3re, MeveHU, B OCTarbHbIX

opraHax — B MeHblueit cTeneHu. MomMopdraM B 3TOM reHe CBA3aH

CO CHUXEHNEM YPOBHS OMEra-3 XUpHbIX KUCOT, yBEMMUEHMEM YPOBHS

OMera-6 XUPHbBIX KUCIOT N KOHLEHTPALMEN TPAHCKUPHbIX KMCIOT.
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BeretapunaHcTBO

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1n3a

FeH Monnumopdpusm FeHo™Vin YacTtoTa Pesynbtat clolol-Te g

FUT2 rs602662 A/A 23% CekpeLysi BHyTpeHHero pakTopa Kacra He
HapylLeHa

BCMO1 rs12934922 AT 48% MOHUXEHHas akKTUBHOCTb 6eTa-KapOTUH- =
MOHOOKCUreHasbl 1

VDR rs1544410 AG 45% MOHMXEHHasa 3KCMPECCUS PELIENTOPOB K BUTaMIHY =
D

FADS1 rs174547 /T 44% AKTVBHOCTb [ecaTypasbl XUPHbIX KUCTOT 1He

M3MeHeHa

BeretapraHCcTBO — C1CTEMa MUTaH Vs, 06 beanHsoLast
HECKOJIbKO pa3HOBUAHOCTEN, OCHOBaHHas

Ha 3HauMTeNbHOM NpeocbradaHnn B paLoHe
pacTUTENbHOM NMLLW. BeraHCcTBO NoapasyMeBaeT
MOSIHOE UCKITIIOUEHE MPOAYKTOB XMBOTHOMO
MPOUCXOXOEHNS, TaKTOBEreTapuaHCTBO 40MyckaeT
MOJIOYHbIE MPOAYKTbI, TaKTO-OBO-BEreTapuaHLbl
YNOTPEOISIOT eLle U LA, MecKo-BereTapmaHLbl —
pbiBy. Y BeretapmaHckol AneTbl eCTb HEOCMOPUMbIe
npermyLiecTsa.

TepMmueck HeobpaboTaHHbIE OBOLLM 1 GPYKTbI
ABIATCA MCTOUYHNMKOM MUHEParioB MarHs 1 Karmus,
BUTaMMHOB C U E C aHTUOKCHMAAHTHOM PYyHKLMEN,
MULLEBBIX BOIOKOH U APYIrMX GUTOHYTPUEHTOB,
KOTOpble 06/1afatoT CUHEPTMYHbIM AENCTBMEM U MOTYT
MCMOMb30BaTbCs B MPObUIaKTUKE PasBnUTUS
ONCIMMMAEMAN, MHCYTTMHOPE3NCTEHTHOCTH,
npenoTepaLLaTbh CUCTEMHOE BOCHaneHne

1 OKUCIMTENbHbBIN CcTpecc. OTCYTCTBME Msica 1 L,

B MULLIE MPVBOAMT K CHUXKEHHOMY MOMIOLWEH IO

MepcoHanbHbIn OHK-0TyeT: PDO962

HACbILLEHHbIX XXUPHbIX KUCIOT 1 XONecTepmrHa, YTo
CrocobCTBYET NoTepe M36bITOYHOro Beca.
BereTapuraHckasa gmeTta UCKloYaeT pasBuTe noaarpsbl,
CHUYaEeT OaBMeHre U PUCKM Pa3BUTUS CepaeYHO-
cocyaucTbix 3aboneBaHuin. Brarogaps 60bwWoMy
KOIMYeCTBY KIIETYATKN N NCKITKOYEHUMIO MACa MeHblle
0bpasyoTca U nerye BbIBOASTCS TOKCKHHbI. OAHAKO
eCTb P, HEAOCTAaTKOB TaKOM AMETHI.

BoboBble, opexu, 3naku 1 UX MPOPOCTKM Coaep>KaT
OUTVHOBbIE KUCIOTbI, KOTOPbIE CBA3bIBAKOT
MOCTYyMatoLWpe C NMULEN MUHEParbl, YTO MOXET
MPMBOAUTL K Pa3BUTUIO OCTEOMOPO3a M Kapueca.
BereTapuraHCcKmi pauUvoH nmuieH BrutaMrHa B12, uto
SBMSIETCS BaXXHbIM GakTOPOM PasBUTUS aHEMUI.
NedrupnT HE3aMEHMMbIX aMUHOKUCIIOT 1 BUTaMMUHa D
OTpMLATENbHO CKasblBaeTCs Ha GYHKLIMOHMPOBaHMM
MMMYHHOW CUCTEMbI. [EeHETYECKE OCODEHHOCTU
onpenendroT adanTMBHOCTb K BeretapmaHcTay, 1 Nnpn
HEeKOTOPbLIX COYEeTaHUAX TaKaa CMCTeMa NMNTaHNA

He mooxoauT.
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BeretapunaHcTBO

3aknoveHue

[eHeTUYeCcKUIA aHanM3 BbiSIBUT MUHUMaTlbHbIe PUCKU pa3BUTUA
BMTaMVIHOAed)MLIM'IHbIX COCTOSIHUM U COOTBETCTBYHOWMNX HapymeHMﬁ 300poBbs
Yy chnep.yeMoro npu BeretTapmMaHCKoM nnTaHUn.

O6cnepoBaHuA

ObcnenyeMoMy Mpu BEretapuaHcTBe
PEKOMEHOYETCS NMEPUOLMYECKM MPOBEPSTH
YPOBEHb B KPOBW LIMHKA, MEAW, MarHUs, Mpw
HEOOXOAMMOCTU XenaTeneH mx
LOMOSHUTENBHBIN MPUEM*. TakKe npur
BEreTapuaHCcTBe peKOMeHAYyeTCs
NMPOBEPSATb YPOBEHb Xere3a 1 MokasaTesm
remMoryiobrHa B KpOBU OOCenyeMOro*.
3aropaliTte, ecnv HET MPOTUBOMOKAa3aHUI*.
Ecrnm obcnenyemblin 4yBCTBYET
XPOHWYECKYIO YCTanoCTb, BAIOCTb,
COHJ/IMBOCTb, EMYy HEOH6XOAMMO 0BPaTUTLCSA
K CreupnanmcTy Ans HasHaueHns
LOMOMHUTENbHbBIX OOCNEA0BaHWIN, @ TaKXe
He CTOSb CTPOro CenoBaTb
BEreTapyaHCTBY MM OTKa3aTbCs OT HEro*.

* Heobxooymma KOHCYyIbTauma Bpada - crneunanmcTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauUumn no npopunakTuke

O6cnenyeMoMy MOryT MOAOMTU PasfiyHbIe TUMb
BereTapraHCKoro nMTaHms, Kpome BeraHcTBa. BaxHo
YNOTPEeOATb B JOCTAaTOYHOM KOIMYECTBE MCTOUHMKM
6ernka: 6aHaHbl, POXb, DYpbI PUC, KELBIO, TODY, KMHOA,
606bI (HYT, YeyeBlLlY, FTOPOX, dacosib) U ApYyr1e opexu,
ceMeHa (fieH, MOACOHYX, KYHXXYT, TbIKBEHHbIE),
MarnopOTHUK. PaLMOH B NlOOOM Crlyyae OOImKeH
cofep>aTb BCe HEOOXOAMMbIE OPraHM3My BUTAMUHbI A
MUKPO3IEMEHTbI, @ TakXXe He3aMeHMble
aMUHOKMCOTbl. O6CnenyeMomMy pekoMeHyeTCs
[0006aBUTb B PaLIMOH CEMEHA YMa, NibHA, PbIXKMKOBOE
Macso (MCTOYHUKIM oMera-3). MNpr HEOOGXOAMMOCTH
BO3MOXHO Ha3HaveHue BALL B COOTBETCTBMU C
noTpebHoCTaMM obcrneayemMoro™.
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YrnesooHbit OO MeH

YrneBodbl — OpraHMYeckyie BELeCTBa, KOTOpble o o
ABNAIOTCH OCHOBHBIM MCTOYHVKOM 3HEPT UM

1 HEOBXOAVMbI AN GYHKLIMOHMPOBAHWS LIEHTParIbHOMN
HEPBHOW CUCTEMBI, MbILWL, M OBMeHa BelwecTB. [Npouecc
YITIEBOAHOIrO OB6MEHa HauMHaeTCs C NepeBapUBaHS
YIMEBOAOB B POTOBOW MOIOCTW, IAe NPOUCXOANT
YaCTUYHOE pacLIEr/IeHMe Kpaxmarna 1 apyrmx
MoNMcaxapnaoB MoA AeNCTBMEM GEPMEHTOB CIIKOHHDIX
xenes.

B npouecce obMeHa BELLECTB YTeBOoOdpb!
pacLLennaTCa OO MMOKO3bl U MOCTYMAoT B KPOBb.

B cnyuae 136biTKa [T1H0KO3bl B OpraHmMaMe HEKOTOopoe
ee KOMMYECTBO B MeYeHM NpeobpasyeTcs B XMp.
I3MeHeHWs YPOBHS MIOKO3bl B KPOBW perynmpyeT
FOPMOH UHCYMH, KOTOPbIM BblpabaTbiBaeTcs 6eTa-
K/IETKaMW MOIKETYA0YHOM Xenesb!.

Bce yrmeBoabl COCTOAT 13 OTAESbHbIX «€AUHULLY —
CcaxapwvaoB, KOTOPble OeNATCS Ha ABEe rpynmbl:
MPOCTble (MOHOCaxapWabl) U CNOXHbIe (Mosmcaxapuabl).
MpPOayKTbl C HA3KMM MIMKEMUYECKMM UHOEKCOM
(CNoxHble yrneBoOpl) MEQSIEHHO MEPEBAPUBAIOTCS

1 BbI3bIBaOT MfiaBHbIE KOMebaHsa YPOBHS MOKO3bl

M VIHCYNHa, 3TO B CBOKO o4epep CrnocooCTByeT
PacLLEenIeHNIO XMPOB, @ HE MX HAKOT/IEHMIO, B OT/INYME
OT ObICTPbIX YITIEBOAOB.

MepcoHanbHbin OHK-oTueT: PD0O962 61



CaxapHbiv pyabet 2-ro Tmna

UccnepyeMmbie reHbl

PPARG

GLUT2

TCF7L2

FTO

KCNJT

MepcoHanbHbin OHK-oTueT: PD0962

KopmpyeTt ramMmma-peLenTtop npormdbepanimm nepokCMcom, KOToOpbI

B OCHOBHOM MPOOYLIMPYETCS B XXMPOBOW TKaHU. OCHOBHOW GyHKLIMEN
aTOro Hernka SABnAeTCs akTMBaLMS FEHOB, CBA3aHHbIX C aKKyMyisumen
Xnpa, AMdbdepeHUPOBKOM KNETOK XMPOBOM TKaHW 1 MMOBIacTOB.
MrpaeT BaxHyo posib B GOPMUPOBaHMM YyBCTBUTEBHOCTU Pa3/IMYHbIX
TKaHel K MHCYMMHY. MNonmMopdHas 3aMeHa B 3TOM reHe 6raronpusaTHa
1 cBsizaHa C 6oree BbICOKOM YyBCTBUTENIbHOCTBIO K MHCYSIMHY

M CHUXEHUEM purcka passutus CO2.

KopmpyeT 6enoK — nepeHOoCUMK MIoKO3bl, OCYLLECTBAAIOLMIA MEPEHOC
ITIOKO3bl Yepes3 KIIETOUHYIO MeMDpaHy MOCPEACTBOM ObieryeHHoM
OnddY3nm BHYTPb KIIETOK, TakM 06pa3oM CnocobCTBYS MOALEPKAHWIO
roMeocTasa MtokKO3bl. MaKCUMaibHO 3KCMPECCUPYETCS B MEYEHU, a TakxKe
B ABEHALLLATUNEPCTHOM KULLKE U TOHKOM KULeYHKe. MommmMopdusm

B 3TOM reHe CBsI3aH CO CHMXEHMEM CKOPOCTW TpaHCropTa [MoKO3bl

1 MoBblLLeHMeM prcka pas3sutua CO2.

KooupyeT TpaHCKPUMLMOHHbBIM GaKTop, NrPatoLLMi KIIKOUEBYIO POSb

B WNT-c/rHanbHOM nyT. DKCMPEeCCUPYETCS B Pa3/IMYHOM CTENEHN
MPakTUYeCcKn MoBCeEMECTHO B opraHuame. TCF7L2 HenocpeacTBeHHO
yyacTByeT B AnddepeHLMpoBKe B-KNETOK MoaKenyaouYHOM Xenesbl
(MPOAYLMPYIOWMX UHCYIMH), U, KDOME TOrO, B3aMOOENCTBYET C reHOM
MPOITIOKAroHa, YTo ONpenenseT MHAYLMPYEMYLO ITIIOKO30M CEeKpeLmio
VHCYMHa. MonmMMopdr3M B 3TOM reHe BHOCUT CYLLECTBEHHbIN BK/1a4,

B pa3BunTre C2 1 acCoLMMPOBaAH CO 3HAYUTENbHbBIM MOBbILLEHMEM PUCKa
pa3BUTUS AaHHOro 3aboneBaHus.

KoampyeT 2-oKcoryTapaT-3aBMCUMYIO AeEMETUa3Y, KOTopas yqacTByeT
B MOAMPUKALIMIN HYKNIENHOBBIX KMNCIOT, OCYLLECTBASIOWLMX PEMYISTOPHYHO
dyHKUMI0. Bernok BbipabaTbiBaeTcst B OObLUEN UMM MEHbLLEN CTeNeH
MOYTM MOBCEMECTHO B OpraHM3Me, HO MakChMaribHO — B HEPBHOW TKaHM
1 0CODEHHO B rnoTanamyce. MommmMopduamM aToro reHa cBs3aH

C 3aMef/IeEHHbIM YyBCTBOM HACbILLEHUS 1 YBENUYEHHbBIM MOTPebIEHEM
Kanopwm 1 BHOCUT 6OMbLIONM BKIaL, B Pa3BUTUE OXMPeEHN. OQHaKOo 3TOT
PUICK MOXHO CHU3WNTb PEryISPHOM GU3NUYECKOM aKTUBHOCTbIO.

Kooumpyet cybbenrHuLpl, bopmrpytowme nopy ATM-3aBUCMMOro
KanMeBoro KaHasna. Bblcokmii ypoBeHb 3KCMPEeCcCcHn 3TOro reHa
XapakTepeH A5 MoOXeNYA0UHOM Xernesbl, meveHu, MbiLLLL, CepALLa, MO3ra
1 XXMPOBOW TKaHW. OrnpeneneHHble nonmmMopdramsl reHa KCNJTI
MOBbIWAIOT PUCK pa3BuTna CO2.
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CaxapHbiv guabeT 2-ro Tmna

Koompyet peuentop RAGE, 6ernok cyrnepcemMencTsa MMMYyHOIO0YIMHOB,
AGER OTHOCSILMICS K KIMaccy TPaHCMEMBPaHHbIX PELIENTOPOB.

B3aumopencteme RAGE ¢ npoaykTamMu MUKMpPOBaHWS MPUBOANT

K aKTUBaLMK BOCMaNeHUs 1 OKUCIIMTENbHOIO CTPECCa, a Takke

CTUMYMPYET MPOAYKLMIO 3TOro pelentopa. OnpeneneHHble

nonmMmMopdr3ambl B reHe AGER cBsizaHbl C MOBbILLEHHBIM CPOACTBOM

peuerTopa

RAGE k npoaykTaM M1K1MpoBaHWS, YTO YCUIMBAET

BOCManmTeNbHble peakLmn 1 yBemumBatoT pyck CO2.

Pe3ynbTaT reHeTUu4ecKkoro

aHaJ1In3a

O

FeH Monmumopdpusm FeHoTVIN YacTtoTa PesynbtaT 3bdekT

TCF7L2 rs12255372 G/T 39% MpeapacnonoXeHHOCTb K HapYLEHWIO CO3peBaHNs =
6eTa KIETOK 1 MPOLIECCa CEKPELIMM UHCYIMHA

PPARG rs1801282 c/C 77% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTU ==
POCTa XMPOBbIX K/ETOK M Pa3BUTMIO
VHCY/MHOPE3MCTEHTHOCTM

FTO rs9939609 AA 20% IMoBbILWEHHbIN PUCK pa3BUTUS AnabeTa B CBSA3M C ==
BbICOKIM PUCKOM Pa3BUTUSI OXMPEHS!

GLUT2 rs5400 c/T 23% MPeapPacroNoXeHHOCTb K HapYLIEHWIO TpaHCNopTa =
TIOKO3b

KCNJT rs5219 G/G 40% MpenpacnonoXeHHOCTb K HOPMaibHOMY
OYHKLMOHUPOBaHUIO ATD-3aBUCUMbIX KasEeBbIX
KaHanoB B 6eTa-KNneTkax MoAXeNyA0UHOM Xeresbi

AGER rs2070600 G/G 90% MpeapacrnonoXeHHOCTb K HOPMaibHOMY

dYHKLMOHMpPOBaHUIO peLientopa RAGE

CaxapHblv gnabet 2-ro Tina (CO2) — XpoHuyeckoe
MeTabormyeckoe 3abosneBaHme, 00yCIoBIEHHOE
HeOOCTaTOYHOCTbBIO BbIPabOTKU MHCYMHA
MOOXKENy40UYHOM Xene3om nnn HeadPekT1BHBIM ero
MCMOMNb30BaHMEM, YTO COMPOBOXOAETCS MOBbILLEHNEM
YPOBHS caxapa B KPOBU.

MepcoHanbHbin OHK-oTyeT: PDO962

Mo gaHHbIM Ha 2017 rof, 3a60/1eBaeMOCTb CaxapHbIM
OMabeToM 2-ro Tmna B Mmpe — 425 MiH YenoBek

(Mo paHHbIM MexxayHapoaHon degepaunm gnadeta
(IDF)), B Poccun — 4,15 MiH YernoBek (Mo LaHHbIM
®PenepanbHOro pernctpa caxapHoro gvadeta (PPCL)).
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CaxapHbiv guabeT 2-ro Tmna

C[02 MoxeT 6blTb 0OYCOBNEH Kak CPesoBbIMU, Tak

U reHeTnyeckumn paktopamu. CyLecTByoT
MOHOreHHble dopMbl Anadeta (MODY-arabeTbl),
OfHaKO B 6O/bWMHCTBE C/TyYaeB pUCK
0bycnaBnmMBaeTcsa 6osee CroXHbIM B3aMOOENCTBUEM
reHeTn4Yeckx GakToOpOB pPYCKa M paLlMOHa MMTaHKS.
Ha cerooHaWwHMM aeHb BbigBneHo 6onee 80 reHos,
MO IMMOPPU3Mbl KOTOPbLIX B OOSbLLEN UM MEHbLIEN
CTeneHu BAMSIIoT Ha MPEAPACONOXEHHOCTb K C2.
YacTb 13 HUX (Hampumep, TCF7L2, PAX4, SLC30A8)

3aknoveHue

CBsA3aHbl ¢ AndPEepPeHLIMPOBKON 1/1nn
OYHKLMOHMPOBaHWEM B-KneTok noaxxenyaoyHom
Xenesbl,4acTb — C TPaHCMOPTOM W/WSiM METaBONIM3MOM
YIMEeBOLOB, B YaCTHOCTW MtoKO3bl (GLUT2), HekoTopble
MMetoT 6osiee CUCTEMHOE LENCTBIE M CBA3aHbI

B MEPBYIO ovepenb C HAbOPOM XMPOBOW MacChbl U
pPa3BUTUEM COMYTCTBYIOLLEN NHCYIMHOPE3NCTEHTHOCTH
n CO2 (FTO, PPARG). B obuem, HacnenyemocTts CO2
coctasnaet o1 30 po 70%.

FeHeTMYeCKUit aHanM3 nokasar, UTo y o6cneflyeMoro 3HauMTeNbHO MoBbilLeH
pUCK pa3BUTUSA caxapHoro auabeTa 2-ro Tvna.

O6cnepoBaHUA

ObcnenyeMoMy BaxkHbl perynsapHbin (1 pas
B 3 MecsLa) KOHTPOSIb YPOBHS MHCYMHA,
MIOKO3bl, MIMKO3UNIMPOBaHHOIO
remMorriobyHa B KpOBW, MPOBEAEHME TeCcTa
Ha TOJIEPaHTHOCTb K [TIIOKO3€e U
perynspHble KOHCY/sTaLmMm
3HAOKPWMHOSOra, OCOBEHHO MO
noctumxeHmnmn 40 net. PekoMeHooBaHa
nMpoBepKa YPOBHS TaypuHa B niasme
KpOoBW. Tak>ke HeOBX0AMM KOHTPOJTb MaccChbl
Tena obcrenyemMoro.

MepcoHanbHbIn OHK-oTyeT: PDO962

PekoMeHpauuu rno npodumnakTmke

[Nockosbky 0bcnenyemblii FeHETUYECKM CKIOHEH K
HapYyLLIEHMIO CeKpeLmn MHCYIMHA 1 Habopy
130bITOYHOrO BECA C MOBbILEHMEM PUCKA Pa3BUTUS
COMyTCTBYIOLLEro AmnabeTa, BaxHa KOppeKLMs paLmoHa
nMMTaHWS. PeKOMeHOYyeTCa UCKIOYMTD M3 paLMoHa
ObICTPOYyCBOsieMbIE YITIEBOAbI (B MEPBYIO ovepeb
caxapa).JonyCcTMMO MCMob30BaHMe HaTyparbHbIX
caxapo3aMeHUTenen: CTeBUU, 3pUTPUTONA (HEMHOTO).
BrnaronpusatHa 6enkoBas ameta.lpy HasHayYeHnn
MMLLEBbBIX BOSIOKOH CIEAYET MOMHUTb, YTO MPU HaiM4mm
roMO3mroTbl Mo reHy TCF7L2 yBenmueHve oo
KeT4aTKM B paLvoHe ManoadpPpekTBHO, B TO BPeEMS
KaK FOMO3WIOTHOCTb MO MO/ IMMOPGHOMY BapUaHTy
reHa FTO cnocobcCTBYeET YyCUMIEHWIO TEPANEeBTUYECKOrO
M MPOPUNAKTNYECKOrO 3PHEKTOB OT HaNMUMS
KNeTyaTKM B paLmoHeTakxe obcrenyemMomMy nokasaHa
perynapHas Gramyeckas akTMBHOCTb B 3aBUCUMOCTU
OT pMcKa Pa3BUTUS apTePUabHON MNepTEeH3NM W
Macchbl Tera. BO3MOXHO Ha3HaueHre MeETPOPMIHA,
npyYeM MHIrMBUTOPOB anbda-MoKO3KMAa3bl (aKapbo3bl
¥ Ap.) MO NOKa3aHWIo crneumanncTa. BoamMosxeH nprem
TaypuHa 1 MHO3MTOMA B KavecTee BAL*.
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[NMnkauus

UccnepyeMbie reHbl

Kooumpyet peuentop RAGE, 6ernok cyrnepcemMencTsa MMMYyHOIO0YIMHOB,
AGER OTHOCSLLMNCH K K/TAacCy TPaHCMeMBpaHHbIX PELLernTOpOB.

Bzanmopercteme RAGE ¢ KIMI™ mpuBOOUT K akTVBaLMM BOCTaNIeH s

M OKNCIMTENbHOIO CTPECCa, @ TakxXe CTUMYIMPYET MPOAYKLMIO 3TOro

peuenTopa.leH AGER akcrpeccrpyeTcs B 60MbUMHCTBE TKaHeM

OpraHn3Ma, 0COBEHHO BbICOKMIN YPOBEHb ero MPpOoaYyKLIMKN XapaKTepeH

o5 nerkux. OnpeneneHHole nommMopodmnambl B reHe AGER cBsAzaHbl

C MoBbIWeHHbIM cpoacTBoM peLerropa RAGE k KM, uto ycunmsaeT

3anyckaembli RAGE npoBocrnanmMTeNbHbIN Kackan, peakLumi.

Pe3ynbTaT reHeTU4YeCKoro
aHanusa

O

leH MonuMopopusm MeHoTVIn YacTtoTa Pesynbtat SddekT

AGER rs2070600 G/G 90% MpenpacnonoXeHHOCTb K HOPMalbHOMY
OYHKLMOHUpPOBaHUIO peLientopa RAGE

MepcoHanbHbin OHK-oTueT: PD0O962 65



Mukauusa

MMMKaums — 3To peakLms HepepMeHTaTMBHOIoO
KOBASIEHTHOr O MPUCOeOVHEHMS CaxapoB (TIKOKO3b,
GPYKTO3bI U AP.) K MOMeKyIaM 6enkoB 1 NMNMOO0B,
npvBoAsLLas K 0bpazoBaHmMio KoHeuHbIx [NpoaykToB
MMukaumm (K. KMN™ okasbiBatoT psag, TOKCUYECKMX
3bdEKTOB Ha OpraHm13aMm, CroCcoBCTBYS Pa3BUTUIIO
nmabeTa, cepeyHO-COCYaMNCTbIX 3ab0neBaHMM,
XPOHWNYECKOM MOYEYHOW HEAOCTAaTOYHOCTM 1 BONe3HU
AnbLrermepa.

MOMMMO HEMOCPEACTBEHHOIO HapyLUEHMs paboTbl
6enkoB opraHmama, KNI crnocobHbl CBA3bIBaTHCA

3akioyeHue

C peLernTopoM KOHeYHbIX MPOoaYyKTOB mrKauun (RAGE),
MPUBOASA K aKTUBALLMK BOCMANMUTENbHbIX MPOLECCOB

¥ reHepaLmmy akTUBHbIX GOPM KMCMOpoAa. [OCKobKy
y yenoBeka HeT depMeHTOoB, yaanatowmx KIMr,

C BO3PaCTOM OHU HaKaryiMBatoTCH B TKaHSAX.
Obpa3oBaHMe MPOOYKTOB MNKMPOBaHWS MOBbILLIAETCS
B YC/IOBUSIX MUMEPTTIMKEMUM, TUNEPSIUMULEMAN,
OKUCIMTENbHOrO CTpecca W BocraneHmns. Kpome Toro,
KM nocTynatoT B OpraHnaM M3BHE C MLLen

¥ TabayHbIM ObIMOM.

[eHeTUYecKMI TecT nokasan, Yto PUCK pa3BUTUSA CUCTEMHDBIX BOCMAa/IMTENIbHbIX
npoLeccoB B CBA3U C HAKOM/IEHMEM NPpOAYKTOB MNNTIMKUPOBaHU{, a Takxe
OCNOXHEHUM npu puaberte no AaHHOMY MeXaHU3My He BbisiB/IEH.

O6cnepoBaHUA

B Lenax npodunakTrkmn obcnenyembin
MOXET cOaTb ObLWMe aHanM3bl KPOBU U
MOYM, aHANN3 Ha NTEMKOLMTAPHYIO
dopmyny n CO3, aHamm3bl Ha YPOBHU
ITIIOKO3bl, MHCY/MHa 1 C-nentuaa*.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauumM no NnpodunakTuke

[na Toro Ytobbl ypoOBEHb KOHEYHbIX MPOLYKTOB
rMKaLMKM OCTaBasiCs B Mpeaeniax HopMbl, MOXHO
OrpaHUYNTL YNOTPEDNEHE NULLM, B KOTOPOM OHM
copepxaTcst B O0/bLLIOM KOMYeCTBe (B MEPBYHIO
oyepenb MACHbIE MPOAYKTbI U KYypULLY, CIIMBOYHOE
Mac/1o 1 CIIMBOYHbIN Cblp, MaNOHe3, MaprapuH). Takxe
MO>XHO OTKa3aTbCsl OT CaxapO3aMeHUTeNen Ha OCHOBE
pPYKTO3bI, OrpaHNUnTL yrioTpebneHve kode
(0CcOBEeHHO MpY HN3KOW CKOPOCTU PaboTbl GEepMeHTOB,
MeTaboM3NPYIOWMX KODEWNH) 1 MUTb BOSbLUE 3€IeHOrO
yas. OQHOBPEMEHHO XeraTeNlbHO rOTOBUTb MMLLY MpW
Bonee HU3KUX TeMrnepaTypax, MyTeM BapKu, TYLLIEHUS W
Ha Mapy, NCNob30BaTb Hoee KOPOTKOE BPeEMS
rOTOBKW. He pekoMeHOyeTCst eCTb MLy,
MPUFOTOB/IEHHYIO Ha FPU/Ie, XXapeHHYIO Ha CKOBOPOAE.
PV MPUFOTOBMEHNI MACHOW ML XenaTerbHO
MCMOMb30BaTb MapUHaAbl, YKCYC, IMMOHHbIN COK,a
Tak>Xe CcreLmm: MMOMpPb, rBO3AMKY, MallopaH, PO3MapUH
1 3CTParoH. PUCK pa3BUTUS CBSA3aHHbIX C MOBbILLEHHOM
rKaLMen OCNOXHEHI MOBbILWAETCH MPU KypeHUM.
BraronpuatHbl perynapHas dranyeckas akTMBHOCTb (3
pasa B Heferno 1 Yalle), nogaep>xaHune HopMaribHOro
Beca.
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JlnnaHbiI O6MeH

JTIMNaHbIM 0BMeH — MeETaboIM3M XUPOB,
CUHTE3MPYIOLLMXCS B MEYEHM Unii MOCTYMatoLLIMX

B OpraHvam c nuien (Mvnnaos). JInnuaoHsii obmeH
BK/IIOYaET B Ce6s1 MPOLIECChI:pacLlenieHs,
nepeBapVBaHKa 1 BCACbIBaHWSA XXMPOB

B MuLLEeBapUTEeNIbHOM TpaKTe. HapyleHye nnMaoHoro
obMeHa B MeEPBYO O4Yepeb XapakTepurayeTcs
MOBbILWEHMEM YPOBHS XONecTepyHa v TPUmMLEPUOOB
B KPOBW. [NepBUYHasa MpudmHa HapyLLEHWM NMOHOMO
obMeHa — HaCeaCTBEeHHO - reHeTUYEeCcKMIN GaKTop.
EovHMYHBIE MMM MHOXECTBEHHbIE MyTaLWV FEHOB,
CBSI3aHHbIX C NMIMOHBIM OOMEHOM, CMOCOOCTBYHOT
HapyLWeHMIo MeTaboN3Ma IMNMAO0B B OpraHM3Me.

JTnnnabl — OCHOBHOW CTPYKTYPHbIW MaTepuan s
MHOTMX OPraHoOB M TKaHeW. XonecTepuH — OauH

3 BaXKHbIX CTPYKTYPHbIX KOMMOHEHTOB MOSIOBHOMO
MO3ra ¥ FOPMOHOB. DTO JIMNL, Y4aCTBYHOLLIM

B GOPMMPOBaHMM KNETOYHbIX MEMOPaH, 0bpa3oBaHUM
CTEPOWOHDBIX TOPMOHOB M XXEMYHbIX KUCMOT.

OH HeobxoaMM Ons CrHTE3a BUTaMUHA D, BbIpaboTKM
>KEMYHbBIX KMUCMOT W PasNYHbIX CTEPOWVOHBIX FTOPMOHOB
(BK/IHOYAst KOPTU30/T, aMbA0OCTEPOH, SCTPOIEH,
MPOrecTepoOH, TECTOCTEPOH). HO mpum 130bITKe
XONEeCTEPUH HaKarnIMBaEeTCs B KPOBW, YTO MPYBOAUT
K 3aKyrnopKe COCYO0B M PasBUTUIO aTEPOCKIEPO3a.

B To e BpeMst HegoCTaToK XOecTepmHa, OCOBEHHO
B paHHEM BO3PaCcTe, MOXET MPUBECTW K HapYLLEHMIO
GOPMMPOBaHMA KIIETOK MO3ra, MO3TOMY JItoAsIM

C PasINYHbIMK FEHETUYECKMMM MapKepaMm BaXKHO
noaaepXmBaTb 6anaHc NoTpebneHus Nnaos.

MepcoHanbHbiM JHK-oTueT: PD0962
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ATepocknepos

UccnepyeMbie reHbl

FADS1

CETP

MTHFR

APOAS5

MepcoHanbHbin OHK-oTueT: PD0O962

KopunpyeT fecatypasy XMPHbIX KUCIOT, KaTanM3npPYOLLYIO PeakLMIo
CYHTE3a apaxMaoOHOBOM KUCIOTbI U 3MKO3arneHTaeHOBOW KMCIOTbI

13 oMera-3 1 oMera-6 NpenLwecTBeHHMKOB. B 60/bLIeN 1 MeHbLUEN
CTEMEHW 3KCMPeCcCcrpyeTcs BO MHOMMX TKaHSX, HO MakCHMarbHO —

B HaAno4euHmKax, Mo3re, nedeHu. NommMopdmramM B 9TOM reHe CBsA3aH
C HapyuweHvieM MeTabonmama omera-3 1 oMera-6 nosiMHeHachlLLeHHbIX
KMPHbBIX KNCMOT U, Kak CNeAcTBMe, C MOBbIWEHWEM prcKa Pa3BUTUS
aTepoCcKieposa.

KoovpyeT TpaHcrnopTep (B6enok-nepeHocurk) ahm1poB XOnecTeprHa,
KOTOpPbIM obecrnedrBaeT nepeHoc ad1poB xonectepriHa 13 JMBI
(MMNOMPOTENHOB BbICOKOW MIOTHOCTW) B APYrUe MMNONPOTENHbI, TaKUM
obpasoM yBenmumBas ypoBeHb J1THIM. MakcmManbHO aKcnpeccunpyeTcs
B CeNe3eHKe, XMPOBOW TKaHW, IMMBaTUYECKMX Yy31aX, MaLeHTe, meyeHu.
OOUH 13 MOMMOPGHbBIX BapUAHTOB MreHa MPUBOOUT K CHUXKEHUIO
aKTUBHOCTW BesKa, YTO CrOCOBCTBYET YTyULWEHMIO JIMMMAHOIO CrekTpa
KPOBW W1 OKa3blBaET MPOTEKTUBHbIN 3 dEKT MPOTUB CepaeYHO-
COCYAMCTbIX 3aD0EBaHMIA.

KoovpyeT MeTnneHTeTparnapodonatpenykrady — BHYTPUKIETOUHbIN
hEPMEHT, yU4aCTBYIOLMM B MPEBPALLEHMN FOMOLIMCTEUHA B METUOHUH MpU
HaMuMM KodakTopoB — BUTaMUMHOB B6,B12 11 cybcTpaTa — ponmesom
KMCOTbl. DKCMpeCccMpyeTcs MpakTUYecK MoBCEMECTHO. BrinsaeT

Ha reHeTNYeCcKYo NMPeapacrnosioXKEHHOCTb K FMNeproMoLCTEMHEMU

1 aTEPOCKIEPO3Y, MOCKOSIbKY €ro MonmMopdram CBA3aH CO CHKEHVEM
CKOPOCTU AETOKCUMKALIMY TOMOLMCTEMHA U, KaK CrieacTBue,

C MOBbIWEHMEM pUCKa BO3HUKHOBEHKS CC3,B TOM uncne

1 aTepoCKepo3sa.

KogvpyeT anommnonpoTenH 5, MMHOPHbIN anoMronpoTenH Mnia3mbl
KpOBU. B Mazme B OCHOBHOM acCOLIMMPOBaH C YPOBHEM TPUMIMLIEPUAOB
1 B MEHbLLEN CTerneHu — C IMMonpoTerHaMU HU3KOM 1 OYeHb HU3KOW
MAOTHOCTU. IFpaeT BaxHYIO pOsib B OMpeneneHv KOHLEHTPaLIMm
TPUMMMLIEPVAOB B KPOBU, TAK Kak SBISIETCH CTUMYISTOPOM JIMMOSIM3a
TPUMULLEPMOOB MO, AENCTBMEM NIMMOMPOTENHIMMA3bl. OOHaKO
ronMMopdHbIe 3aMeHbl B 9TOM reHe CBA3aHbl B TOM YMCTIE C PUCKOM
pPa3BUTUS aTEPOCKIIEPOTUYECKIX M3MEHEHWIA COCYOB.
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ATepockiepos

APOE

Pe3ynbTaT reHeTU4eckoro

aHaJ1In3a

KogvpyeT anommnonpoTerH E, Bxoasawmim B COCTaB XMIOMUKPOHOB

Y IMMOMNPOTENHOB OYEHb HM3KOM MIOTHOCTU. MakCMMasibHas aKCMpeccms
3TOro reHa HabMIAAETCS B MEYEHM, TakXKe B MOYKaX, HAAMOYEUYHMKAX,
XMPOBOW TKaHW, ceneseHke, Moare. Benok yyacTByeT B OOMeHe Mnnaos
B KPOBW W1 XOnecTepuHa B MOo3re. Hanbonee 4acTto nccnenyot

2 nonmMmop®m3ma, CoYeTaHKe KOTOPbIX 0bycraBnmeaeT 3 GopMbl Berka:
E2,E3 (HopMa) 1 E4.BapvaHT E4 cBsA3aH C MOBbILLEHHbIM PUCKOM
Pa3BUTUS aTepoCcKIepo3a 1 60ne3HK AnbLrermepa. IHTepecHo, YTo
BapuaHT E2 paHee Toxe cumTav npoaTepoCKNepoOTUYECKMM, O4HAKO
rocnefHve NCCNefoBaHMS He NMOATBEPXKOAIOT 3TO (MMEKOTCS Aaxe
obpaTHble AaHHbIE),C OPYroM CTOPOHbI, 3TOT BAPUAHT CHUXKAET PUCK
pa3BUTUS 6onesHK AnbLreiMepa.

O

leH MonuMopdpusm MeHoTvin YacTtoTa PesynbtaT SdodekT
APOE rs429358, E3/E4  21% MpenpacnonoXeHHOCTb K HakomieHuio JTMHM B =
rs7412 KPOBEHOCHOM pycre. [ToBblleH prck

aTepockneposa

CETP rs5882 A/A 46% MpenpacrnonoXeHHOCTb K BbICOKOM CKOPOCTH ==
rnepeHoca xonectepvHa 13 JIMBIM 8 JIMHI

MTHFR rs1801133 c/T 46% MpenpacrnonoXeHHOCTb K BbICOKOMY YPOBHIO =
FOMOLIMCTENHA B KPOBM, YTO MOXET MOBbILWATL PUCK
aTepockeposa

FADS1 rs174547 /T 44% MpeapacnonoXeHHOCTb K BbICOKOM CKOPOCTU
MeTaboM3mMa oMera-3 XMPHbIX KUCOT

APOAS5 rs964184 c/C 71% OTCYTCTBYET MPEOPACTONOXEHHOCTb K YBEMMUEHMIO

MepcoHanbHbIn OHK-oTyeT: PDO962

YPOBHS TPUITMLIEPUAOB B KPOBU
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ATepocknepos

Atepocknepo3s (170 no MKB-10) — nopaxeHue apTepui
(NeprdepryecKmnx, MOYEYHbIX, CEPAEYHbIX 1 OP.) B
pesysbTaTe OTIOXEHWS Ha X CTeHKax IMMMaoB

(B MepBYytO oYepenb xonectepuHa). B HacTosLee Bpemst
CYLLECTBYIOT [iBe BeayLume TEOPpUM pas3BUTUS
aTepoCKIepo3a: Teopus OTBETa Ha NoBpexaeHne

¥ TEOPUS MIMMUOHON MHOUBTPALMN CTEHOK COCYLOB.
B nio6oMm cryydae gaHHasa naTosiorys pasBrBaeTcs M3-3a
HapyLweH1s NMMMOAHOro obMeHa 1 IMNONpPOTEMAHOrO
rOMeoCTasa, BC/IeACTBME Yero XonecTepumH

1 HekoTopble dpaKkumy IMNonpoTeENooB
OTK/adblBalOTCH B MPOCBETE COCYA0B B popMe
aTepPOCKIEPOTUHECKIMX BNALLIEK, YTO BbI3bIBAET CY>XXEHME
MpOCBEeTa COCYA0B U HapyLeHWe KPOBOCHaOXeHMS
OopraHu3Ma. 3To BEAET K psay CepAeYHO-COCYaNCTbIX
3abonesaHn (CC3),B NepByto ovepenb K NaTonornsm
nepndepuyeckmnx apTepun, rmnepTeH3snm,
MeMnyeckor bonesHu cepaLia, NueMmyecKomy
nHcynsty. Crenyer oTMeTUTb, YTo Ha 2015 1. CC3 ctamm
MPUYMHOM MPaKTUYECKM 15 MUIMOHOB CMepTel

B MMpe (UTO COoCTaBsAeT > 25% BCeX NneTasibHbIX

3aknoveHue

mcxonos),a k 2030 ., o gaHHbIM BO3, exxerogHas
MMPOBasi cCMepTHOCTb OT CC3 cocTtaBuT 23,6 MH
YeroBex.

ATEpPOCKIEpO3 BCTPEYAETCA Y My>XUMH B 2-3 pasa valle,
UEM Y XEHLLYH, U Pa3BUBAETCS 3HAYNTENBHO PaHbLLE,
UTO MOXET OBbACHATHCS «3aAMTHBIMY OEACTBUEM
XKEHCKMX MOSIOBbIX FOPMOHOB;

B MOCTK/IMMaKTEPUYECKOM MepUOoe 3Ta «3allTar
CrTaxyiBaeTcs.

HecmoTps Ha To, UTO CBA3aHHbIe

C NpeapacrnosioXXeHHOCTbIO K aTepOCK/Iepo3y annenm
0bbsACHAOT 00 30% BapuaLMy HaCcneoyemMocTu,
HEeKOTOPblE FeHeTUYecKe BapmaHTbl BHOCAT
CYLLECTBEHHbIN BK1aL B PUCK Pa3BUTUSA
aTepockneposa. Hanbonee cylecTBeHHbI
MoMMOP®GKM3Mbl B FeHax anofMnonpoTEeNHOB,
HEKOTOPbIX PELLENTOPOB, a TakXe B APYrMX reHax,
CBSI3aHHbIX C TPAHCMOPTOM W METabONIM3MOM NNMMOOB.

leHeTMYeCKUit aHanu3 BbIIBUN Y 06CriefyeMoro CpefHuii puck passuTus
aTepockriepo3a. PekoMeHA0BaHbl NMpoduiaKkTUUeckue Mepbl A5l CHAXEHUS
BEpOSTHOCTU Pa3BUTUSA AaHHOro 3aboneBaHus.

O6cnepoBaHuA

Ob6cnenyeMoMy xernaTeneH perynspHbliA (1
pas B 6 MecsLEeB) KOHTPO/Ib JMMMAHOO
CrekTpa KpoBM (B MEPBYIO oyepenb obLmin
XonectepuH, xonectepuH J1MHI, JIMBIM), a
TakKXe NeprognYeckme aHrmorpapuyeckme
obcrnenoBaHWa*. JONONHUTENbHO
BO3MOXEH KOHTPO/Ib YPOBHS
romMoumcTenHa n C-peakTMBHOIo benka*.
Ba>kHOCTb OaHHbIX MPOLIEAYP BO3pacTaeT
Mo SOCTUXeHUM obcnenyembiM 40-45 ner,
OIS XKEHLLMH — Tak>Ke C HACTyr/IeHVNEM
MeHomay3bl. [1py NOBbLILEHHOM YPOBHE
xonectepuHa J1MHM Heobxoanma
MOHM>KaoLWAs ero Tepanmsi.

* Heob6xoyMa KOHCY bTaLMs Bpaya - crneumanicTa

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaaUuKn no npopunakTuke

ObcnenyeMoMy xenaTernbHO ynoTpedbnaTe MPpOAYyKTbI,
HoraTtble omera-3 NMHXK. CnepyeT y4ecTb, 4To Mpwm
MOBbILLEHHOM CKIIOHHOCTM K Habopy Beca (0CODeHHO
3a CYET XXMPOB) HE CTOUT 3/10YNOTPEDIATL XMPHOM
pbl6om, MpeanoyTeHre nydwe otnatsh NMHXK B dopme
BAL. O6cnenyeMoMy xernaTeneH KOHTPOSb PaLmMoHa,
0CODEeHHO MoTpebIeHNS XMPOB. He pekoMeHayeTcs
nMpeBbIWaTh HOPMbI MOTPEDIEHNS XPOB,
peKoOMeHOYeTCs MO BO3MOXHOCTU OrPaHUYmTb
noTpebeHme HacbILLEHHbIX XMPOB. PekoMeHayeTcs
VICKIOUMTD 13 paLMoHa obcnenyemMoro TpaHCKMpbI.
MpW HaMMUMK KIIMHUYECKMX MOKasaHU (Hanpumep,
noBblLLEHME YPOBHSA XonecTtepuHa JIMHIM B KpoBu)
BO3MOXHO Ha3HayeHye CTaTUHOB*. Takxe
pekoMeHOoBaHa perynsapHasa dpusmyeckas akTBHOCTb.
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UccnepyeMbie reHbl

MTHFR

Pe3ynbTaT reHeTU4YeCcKoro
aHanusa

KoovpyeT MeTnneHTeTparnapodonaTpenyktasy — LMTO30/bHbIM
bEPMEHT, yuacTBYIOLMIM B peakumax MeTunmposaHmsa OHK, PHK

¥ aMUHOKMCOT. [JeaTenbHOCTb GepMeHTa CocOOCTBYET MpeBpaLLeHmto
FOMOLMCTENHA B METUOHUH MPU HamMunm KOQaKTOpOB: BUTAMVHOB

B6 1 B12 1 cybcTpata — donmeBon kmncnoTel. MTHFR BoccTaHaBMBaeT
5,10-MeTuneHTeTparngpodonaT o 5-metunterparvgpodonaTta. [Mpu
NoMMOPdU3ME CHUXAETCH aKTUBHOCTb JAHHOIO MpoLiecca.

eH aKcrmpeccrpyeTcs MOBCEMECTHO, OCOBEHHO CUIbHO B KOCTHOM MO3re,
NErKnX, WATOBNAHOM Xenese, AMYHuKax 1 ceneseHke. iccnenyetcs ons
BbISIB/IEHWSI FEHETUYECKOW MPELPACTONIOXEHHOCTM

K FMNeproMoLIUCTEMHEMUI, TPOMDO3aM, aTEPOCKIEPO3Y, OCIIOXHEHMAM
6epeMeHHOCTU. [MoNMMOpPd13M B STOM MreHe CBSI3aH CO CHUXKEHUEM
CKOPOCTM LETOKCMKALMU FOMOLMCTENHA U YBEMYEHMEM MOTPEOHOCTU

B GONMMEBON KMCMOTE.

O

leH MonuMopopusm YacTtoTa Pesynbtat AddekT

MTHFR rs1801133 46% [NpenpacronoXeHHOCTb K BbICOKOMY YPOBHIO =
rOMOLIMCTENHA B KPOBU, YTO MOXET MOBbILLATb PUCK
aTepocKieposa

foMoumcTeENHEMNS — COCTOSIHME, MPU KOTOPOM HEKOTOPbIX BUTAaMUHOB rpynrbl B, Tepanns

HabnoaaeTcs NMoBbILLEHHas UM BbiCOKas aHTaroHucTamMm GOMEBON KUCOTbI, MPMEM OparbHbIX

KOHLIEHTPaLMsA roMoLMCTENHA B Mia3Me kposu (bonee KOHTPAaLLEeNTMBOB U aHTaLMOO0B, AMETa C BbICOKUM

10-15 MKMO#b/ ), Bbi3blBatoOLLEE KaK TPOMOOreHHbIE, Tak cCofep>XaHneM METUOHMHA, IeYeHMe MpernapaTamMm-

1 aTepOreHHble MaToNor CocyoB. HapyleHue nmeet VHrMBMTOpamMn AurngpodonaTpenyKTasbl

kog E72.11 8 MKB-10.ToMoumcTeHEMM CMOCOBCTBYIOT 1 reHeTuYecKre HapyLleHst B paboTe GepMeHTOB,

HU3KNM YpOBEHb GU3NYECKOM aKTUBHOCTY, YYaCTBYIOLWMX B METAOONM3ME FOMOLMCTENHA.

yroTpebrieHe Kode 1 ankorons, KypeHue, HexeaTka

MepcoHanbHbin OHK-oTueT: PD0962
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Puck rm neproMmouncreMHeMmmn

OH 0bpasyeTcs U3 METUOHKHA MyTeM OTLLEMNIEHUS
METUSBHOM rPYMbl, KOTOPAsS UCMOMb3yeTcs A5
CMHTE3a HEKOTOPbIX BELLECTB, MeTUIMPpOoBaHMs OHK,
VHaKTMBaLMKM FOPMOHOB, MEAUATOPOB W1 OETOKCHKALIMN
KCEHOBOUOTUKOB. [OMOLIMCTEVH SBISIETCS TOKCUYHbBIM
BELLEeCTBOM U UMeeT ABa NyTU yTum3saumm: 1)
pEMETUIMPOBaHKME B METUOHWH; 2) MpeBpaLleHmne

B LIMCTEUH, C MOCenyoLmMmM Npeobpa3oBaHMaMA

¥ BblBEOEHMEM Yepes Moykun. [epBbilt MyTb 3aBUCUT
OT paboTbl PepMeHTOB MeTUTPaHChepas: beTanH-
rOMOUMCTEVH - MeETUTPaHCchepasbl (BHMT)

U METUOHUH-CHTa3bl (MTR). ICTOUHVIKaMU METUbHOM
rpynnbl ABNStOTCH OeTanH 1 5-

3akiouyeHue

MeTuneHTeTparngpodonat. Kopaktopom MTR cry>xut
BUTaMH B12.Mpun peMeTnmpoBaHnm B 3TOM Cryyae
Heobxoamm cybcTpaT 5-meTunteTparnapodonar,
KOTOpbI 06pasyeTcst brarofaps paboTte depmeHTa
MeTuneHTeTparngpodonatpenyktassl (MTHFR) -
Kto4eBoro depMeHTa 4aHHOro MeTaboIMUEeCcKOoro nyTu,
nomMMopdr3Mbl B reHe KOTOPOro Hanmbosee BaxHbl

1 U3y4yeHbl. BTopor nyTb obecrneyrBaeTcs
HEeCKObKMMM pepMeHTaMu, 419 KOTOPbIX KOYaKTOPOM
BbICTyrMNaeT BMUTaM1H BO. MNpu HapyLIeHU 3TrxX
MPOLLECCOB MPOUCXOANT aKTVUBHOE HaKOoMeHune
rOMOLMCTENHA U, KaK CNeAcTBMe, MoBpexaeHmne
COCYOOB Y>Xe B paHHeM Bo3pacTe.

[eHeTUYeCKMI aHanM3 nokasar, YTo Yy OGCHGJJ,YGMOI'O Cpeﬂ,HVIl‘;I PUCK pa3BUTUSA
roMoumncTenHeMUU. [ins XXeHWmMH BO3MOXXHbI OCJIOXHEHUS npu 66peMeHHOCTI/I n

TPOM603bl.

O6cnepoBaHUA

9 npodunakTMKy pasBmTms
rMNepromMoLMCTEMHEMN OBCIenyeMoMy
>XenaTenbHO coaTb aHam3 Ha
FOMOLIMCTENH B MouYe*.Ecrin y
obcnenyemMoro HeT AOMOHUTENbHbIX
CpPenoBbIX UM KIIMHUYECKUX
(rMnoTrpPeo3a, MoYeYHOoM
HeOoCTaTOYHOCTU, LIeMaKnm) MPUYMH 4715
BbICOKOIO YPOBHS A@aHHOro METabonmTa,
pEKOMEHAYETCS AOMOHUTENBHO MPOBECTU
rEHOTUMMPOBaHWE LINCTaTUOH-beTa-
CUHTa3bl*.

* Heobxoomma KOHCYyIbTauua Bpada - crneumnanmncTa

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauum no npodunakTuke

Ob6cnenyeMoMy XenaTesbHO YBENMMUUTb noTpedneHmne
B/TaMMHOB B6, B9 1 B12 B COOTBETCTBYIOLLMX FTEHOTUMY
dopMax 1 [O3MPOBKaX,a Tak>Ke OrpaHNYNTb KypeHue,
noTpebreHre kode 1 ankorons. MoryT ObiTb
pEeKOMEeHO0BaHbI PerynapHbie Pranyeckme HarpysKm
(YyTpeHHSAs 3apsaka U «ODUCHbBIN» GUTHEC). Takke
MOXET OblITb MOSIE3HO MpUMeHeHe BAoB ¢ 6eTanHOM
(TMG)*. ObcnenyeMoMy XeraTelbHO OrPaHUYnTb
yroTpebneHmne NpoayKTOB — UCTOUYHNKOB METUOHMHA:!
Msica, MOJIOKa, Cbipa*.
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MnepTpuUrnuuepnaoemMms

NccnepyeMmbie reHbl

APOAS5

APOE

FADST

MepcoHanbHbin OHK-oTueT: PD0962

KopmpyeT anosmnonpoTenH 5 — MYHOPHbIM anosmrornpOTeNH Mrasmbl
KpoBW. B nnasme B OCHOBHOM aCCOLMMPOBaH C YPOBHEM TPUTIMLEPULOB
M B MEHbLLUEW CTEMNeHM — C NIMMOMPOTEMHAMN HN3KOM U OUYEHb HU3KOM
MAOTHOCTU. IrpaeT BaxkHYIO pOsib B OMpeneneHn KOHLEHTpaLmm
TPUMMMLIEPVAOB B KPOBM, TaK Kak SBMSIETCS CTUMYISTOPOM arnoC-Il-
aKTUBMPYEMOrO SIMMONM3a TPUMULLEPUAOB Mo, AeNCTBUEM
JMNOMNPOTENHUMA3bI U MHITMBUTOPOM CUHTE3a TPUTIMLLEPNAOB B NMEYEHU.
MonmMMopdHbIE 3aMeHbl B 3TOM MEHe CBA3aHbl C PUCKOM PasBUTUS
rMNEPTPUITINLIEPUOEMAN.

KopumpyeTt anovnonpoTenH E, Bxoasawmii B COCTaB XMIOMUKPOHOB

W IMMNOMNPOTEMHOB OYeHb HU3KOW MIOTHOCTU. MakcUMaribHas aKkCrpeccus
3TOro reHa HabstoAaeTCs B MeYEHU, TaKXKE B MOYKaX, HaAMoOYeYHMKax,
XMPOBOW TKaHW, ceneseHke, Mo3re. bernok y4acTByeT B OOMeHe NMnaoBs
B KPOBW W1 XOnecTepyHa B Mo3re. Harbonee yacto nccnenyot

2 nonmmmopdr3mMa, CoueTaHne KOTOPbIX 0bycaBnmeaeT 3 GopMbl Berka:
E2,E3 (Hop™Ma) n E4. BapmaHTbl E2 1 E4 accoummpoBaHbl B TOM ymucne

C MOBbIWEHWNEM YPOBHS TPUIIMLLEPUOOB B KPOBU.

KopupyeT fecatypasy XMPHbIX KUCAOT, KaTanM3npYOLLYHO PeakLmio
CYHTE3a apaxMaoOHOBOM KUCIOTbI U 3MKO3arneHTaeHOBOW KMCIOTbI U3
omera-3 1 omera-6 npeawecTBeHHMKOB. B 6orbluen Ui MeHbLLEN
CTEMeHM 3KCNPECCUPYETCS BO MHOMMX TKaHSX, HO MakCKMasibHO - B
Hapno4YeyHrKax, Mo3re, neyeHun. NMommmMopdrUamM B 3TOM reHe CBsA3aH C
HapyLUeHeM MeTabonmama NOIMHEHAChILLEHHbIX XMPHbIX KUCIOT
(oMera-3 1 oMera-6),a Tak>e C NoBbIWEHVNEM YPOBHSA TPUMTIMLEPUAOB B
KpOBMU.
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MnepTpurnuepuaemMms

Pe3ynbTaT reHeTU4ecKkoro

aHa/1n3a

O

FeH Monnumopdpusm FeHo™vin YacTtoTa Pesynbtat clolol-Te g
APOAS5 rs964184 c/C 71% OTCYTCTBYET MPEAPaCrONOXEHHOCTb K YBEMMUYEHMIO
YPOBHS TOUMMMLIEPUAOB B KPOBM
APOE rs429358, E3/E4  21% MpenpacnonoXeHHOCTb K CHUKeH Mo JTMBM u =
rs7412 HakonneHuto JIMNHIM B KPOBEHOCHOM pycrie
FADS1 rs174547 /T 44% MpeapacnonoXeHHOCTb K BbICOKOM CKOPOCTU ==

obMeHa XKMNPHbIX KNCIIOT U yBENIMYEHNIO YPOBHSA

TPUIMMLEPUAOB

ToumULEepVabl — HEMTPasbHble XVPbl B KDOBW,
CIOXHbIE 3PMPbl TPEXATOMHOIO CrMpPTa MMLUEPUHa

W XKMPHBIX KMCMOT. OHM ABNAIOTCA OCHOBHbIM
KOMIMOHEHTOM XMPOBOWM TKaHM 1 y4acTBYOT

B GOPMUPOBaHNK KNETOUHbIX MEMBPaH, OHaKO YacTb
M3 HUX HaXOAMTCA B KPOBW, OBecrneumBast MbilLLibl
3Heprmnen. NMoaToMy KOIMUYECTBO TPUITIMLEPUOOB

B KPOBW B 3HAYNTENBHOM Mepe 3aBUCUT

OT OCOBEHHOCTEN paLMOHa 1 GU3NYECKON aKTUBHOCTU
obcrienyemMoro 1 CylieCTBEHHO KoebneTca B TeueHme
OHS.

MnepTtpummuepunaoemms (E78.1 — uncTtas) (yposeHb TI 2
1,7 MMOIb/ M) UMEETCSt MPUMEPHO Y TPETY POCCUINCKOrO
HaceneHus (29,2%). Mpn 3TOM YMCo 06CenyeMblxX

C O4YeHb BbICOKOM (ypoBeHb TI 2 5,6 MMOsb/) U
Tspkenow (ypoeHb TI™ 2 10,0 mmonb/n) I'T BecbMa

3aknoveHue

HeBenmko (0,11% 1 0,011%, cooTBETCTBEHHO). B TO e
BpeMsi CMellaHHas rMnepTpUmmuepraemMms

c ypoBHaMu TI™ 2 1,7 MMOnb/n, OBLLEro XonecTepuHa 2
5,2 Mmornb/n v JIMHI 2 3,4 MMosb/n BCTpeYyanach
[OBOJIbHO YacTo — 19% cnyyaes. PUcK pa3suTns
rMNePTPUIMIULLEPUOEMNM BbILLE Y MY>XXUMH, YEM

Y >KEHLLYH, U MOBbILAETCS C BO3PACTOM.
MnepTpurmuepmnaoemMmsa aerseTcs GakTopoM pUCKa
WM COMYTCTBYIOWMM GaKTOPOM MHOMMX 3aboneBaHui,
TaKMX Kak OXVMPeHMe, CepaeyHo-coCcyancTble
3ab0neBaH s, CaxapHbl AMabeT 2-ro TUMa, a Takxke
OVNCHYHKLIMM MOYeK, 3M10ynoTRebNeHUs ankoronem.
Mopsinka 50% MeXMHAMBUAOYANbHOM BapuabenbHOCTU
YPOBHS TPUIMLIEPNAOB OOYCOBIEHbI FTEHETNYECKM,
mpy 3ToM 21% BapuabebHOCTM CiTyYaes
TPUMMLIEPUOEMN OOBACHSAIOT YaCTO BCTpeYatoLLmecs
BapuaLMn B 7 OCHOBHbIX JIOKYCaX.

Y o6cnenyeMoro BbisiBfIeH CPeaHUI1 FeHETUUYECKUIA PUCK HapYLUEHUS
TpaHcropTa TPUrMLEPULAOB U Pa3BUTUSI FUNEPTPUIIMLIEPUAEMUM.

MepcoHanbHbIn OHK-oTyeT: PDO962

74



MnepTpurnuepuaemMms

O6cnepoBaHUA

Ob6cnenyeMoMy XenaTeneH perynspHbln
(MpegmoyTnTenbHo 1 pas B 6-9 MecsLEB)
KOHTPOJTb IMMUAHOIO ChekTpa KPOBW, B
MepBYIO ouepenb YPOBHS TPUITMLEPUOOB,
a TakXXe XONecTepuHa. AKTyaslbHOCTb
VICCNEnOBaHMIM MOXET OblTb MOBbILIEHA MPW
HaMM4YMM AOMOHUTENBHbBIX GaKTOPOB
pUCKa, a TakXe Mo OOCTUXKEHNM
MPEKIOHHOrO BO3pacTa.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauuKM nNo NnpodunakTuke

Ob6cnenyeMoMy xXenaTesbHO OrpaHnynTb NoTpedbeHe
XMPHOW MU 1N CHN3UTb KONMYECTBO MOTPEDISEMbIX
YIMeBOAOB. He pekoMeHayeTcs npeBbiwaTh
peKkoMeHO0BaHHOe K MOTPEDIeHMIO KO/MYECTBO
caxapa 1 GpyKTo3bl. BriaronpusaTHbIN 3ddEKT Ha
YPOBEHb TPUMIMLLEPMOOB MOXET OKasaTb NoTpebrieHre
MULLEBbLIX BOIOKOH. [py1 HEOOXOOMMOCTY BO3MOXEH
npvem GrbpaToB, HUKOTUHOBOM KNCIOTbI, @ TakxXe
omera-3 MNHXK. B crnyyae HeobxoayMoCTV BO3MOXHO
Ha3Ha4eHVe CTaTUHOB, €C/IN Ha TO OYAYT KIMHUYecKmne
rMokKa3aHWs (MOBbILLEHHbIV YPOBEHb TPUIMULLEPUOOB B
mMnMaHoM Npodune)*. Takxxe pekoMeHL0BaHbl
perynapHas ¢ramyeckas akTMBHOCTb W KOHTPOSIb
Macchbl Tena.
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YpoBeHb IMNONpoOTEMHOB
HU3KOU NNOTHOCTU

Nccnepnyemble reHbl

FADS1

APOE

CETP

MepcoHanbHbin OHK-oTueT: PD0962

KopupyeT gecaTtypasy XMPHbIX KUCTIOT, KaTarM3npPYHOLWYO peakLmMio
CYHTE3a apaxMaOHOBOM KUCIOTbI U 3MKO3aneHTaeHOBOW KMCOTbI

13 oMera-3 1 oMera-6 NpenLecTBeHHMKOB. B 60bLIen 1 MeHbLUEN
CTerneHm aKCNPEeCCMPYETCS BO MHOMMX TKaHSAX, HO MaKC/MarnbHO —

B HagmoYeuHyKax, Mo3re, neyeHu. lNMonmmMopdusm B 3TOM reHe CcBa3aH

C HapyLweHreM MeTabonmama omera-3 1 oMera-6 nosMHeHacChILLEHHbIX
XKUPHbBIX KMCIOT U, KaK CrieacTBme, C nosbiweHmeM ypoBHS JTTHI 1 pucka
pPa3BUTUS aTEPOCKIEPO3a.

KogvpyeT anommnonpoTerH E, BXxoasawmim B COCTaB XMIOMUKPOHOB

Y IMMOMNPOTENHOB OYEHb HU3KOM MIOTHOCTU. MakCMMasibHas aKCNpeccus
3TOro reHa Hablo4aAEeTCA B NEYEHU, TakKe B MoYKax, HagmoYeuHuKax,
XMPOBOW TKaHW, ceneseHke, Mo3re. bernok y4acTByeT B OOMeHe NMnaoB
B KPOBW W1 XOnecTepuHa B MO3re. Harnbonee 4acTo nccnenyot

2 nonmmmop®dm3mMa, CoueTaHne KOTOPbIX 0bycaBnmeaeT 3 GopMbl Berka:
E2,E3 (HopMa) 1 E4.BapvaHT E4 cBsA3aH C MOBbIWEHHbIM YPOBHEM
obLLero xonecrepuHa 1 xonectepuHa JIMHM 1 pyckoM pas3BuTUS
aTepocknepo3a 1 6bonesHu AnbLreimepa. BapraHT E2 cBszaH

C rynepavnonpoTenHemMmer 3-ro Tmna, XxapakTepuayoLencs
MOBbILLEHMEM YPOBHS 0DLLEro xonectepmHa v Tpumruepraos. PaHee ero
TOXe CUNTaNM MPOATEPOCKIEPOTUYECKMM, OQHAKO nocneqHue
MICCNEfOBaHMSA YKa3blBalOT Ha €ro CBS3b CO CHUMXXEHWEM YPOBHS
xonectepuHa JIMHI, TakXe 3TOT BapUaHT 3HaUNTENbHO CHUXKAET PUCK
pasBUTUS BonesHU AnbLirerMepa.

KoompyeT TpaHcrnopTep (6enok-nepeHocumK) abupoB XOnecTepuHa,
KOTOPbI 06ecrneymBaeT nepeHoc adrpoB xonecteprHa ns J1MBI1

B ApYyrue IMnonpoTeyriHbl, TakiM 0bpa3oM yBermymBas yposeHb JTTTHI.
MakcKrMasibHO 3KCMPEeCcCHpPYETCs B Cene3eHKe, XMPOBOW TKaHM,
nMMbaTUYECKIMX Y3r1ax, aLeHTe, neyeHn. OOUH U3 MONMMOPdHbIX
BapWaHTOB reHa NPUBOLUT K CHUXEHWIO aKTVUBHOCTY Berka, YTo
CMOCODCTBYET Y/yULLEHUIO NIMMMOHOIO CrekTpa KpOBW U CBA3aHO

C MoBbIWeHMEM YpOBHS xornectepuHa JTBIM npy CHYXKEHUM YPOBHSA
xonectepuHa JIHI.
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YpOBEHb IMNOMNPOTENHOB HU3KOM NJIOTHOCTU

KogvpyeT anomnonpoTenH 5, MUHOPHbIN anonMnonpOTENH Ma3Mbl

APOAS5

KpOoBU. B Mazme B OCHOBHOM acCOLIMMPOBaH C YPOBHEM TPUMIMLEPUAOB

1 B MEHbLIEWN CTeMNeHU — C iMnonpoTenHamMn Huakom (JTIHM) 1 oueHb
HM3Kow (JTMTOHIM) NNOTHOCTU. MIrpaeT BaxkHYtO posib B ornpeneneHmnm
KOHLIEHTpaLMM TPUIMLLEPUOOB B KPOBM, TaK Kak ABNSeTCS
CTUMYIATOPOM JIMMNONN3a TPUMULEPWAOB Mo OeNCTBMEM
MnonpoTerHMnasbl. OaHaKo MoMMOPdHbIEe 3aMeHbl B 3TOM reHe MoryT
OblTb CBA3aHbI B TOM YMCIE C MOBbIWEHHbIM YPOBHEM xonecTepuHa JITHIM
V1 PUCKOM Pa3BUTUS aTEPOCKIEPOTUUECKMX N3MEHEHUI COCYLOB.

Pe3ynbTaT reHeTU4eckoro

aHaJ1IN3a

O

FeH Monnumopdpusm FeHo™vin YacTtoTa Pesynbtat clolol-Te g

CETP rs5882 A/A 46% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTU ==
rnepeHoca xosnectepuHa 13 JIMBIM 8 JIMHIM

APOE rs429358, E3/E4  21% MpenpacnonoXeHHOCTb K CHUKeH Mo JTMBM 1 =

rs7412 HakonneHuto JIMHIM B KpOBEHOCHOM pycrie

FADS1 rs174547 /T 44% MpeapacnonoXeHHOCTb K BbICOKOM CKOPOCTU
MeTaboM3Ma oMera-3 XMPHbIX KUCIOT

APOAS5 rs964184 c/C 71% OTCYTCTBYET MPEOPaCTONOXEHHOCTb K YBEMMUEHMIO

YPOBHS TPUIMMLIEPUAOB B KPOBM

JInonpoTerHbl H3KoM NnoTHOCTU (JTMHIT) —
aTepOreHHble NMMOMPOTENHbI, ABASIOLLMECS
CBOE0OpPa3HOM MPOTUBOMOIOXHOCTLIO
NMNOMPOTEMHAaM BbICOKOM MAoTHOCTM (JTTBIT). JIFHI
0bpa3zyTcs NPy M’MAPOIM3e IMNONPOTEMHOB O4YeHb
H13koW nnoTHocTU (JTNMOHTMT) bepmMeHTamm
JMMOMPOTENHIMMA30M 1 MeYeHOoUYHOW NMnason. B xone
TaKoro mMpeBpalleHns OTHOCUTENbHOE coaepXaHue

B YaCTWLLe XOnecTepuHa pacTeT,a TPUmMLepraoB —
rnapgaer.

®yHkums JIMHI B opraHM3Me COCTOUT B nepeHoce

He TOMbKO XOecTepuHa, HO U TPUITMLEPUOOB,
BUTaMVHa E, KapoOTMHOMOOB U APYrMX IMNOGUIbHbBIX
HromMonekys. B Hopme XOnecTepuH sSIBSIETCst BaXKHOM
COCTaBnstoLLEN MeMOPaH KIETOK, MPEeALWeCcTBEHHIKOM
>KENYHbIX KUCIOT, FOPMOHOB (HanpuMep, TECTOCTEPOHA)

MepcoHanbHbIn OHK-oTyeT: PDO962

1 op.OOHaKo MOBbILIEHHbIN YPOBEHb XOnecTepyHa
JIMHIT cBsi3aH € BbICOKKMM PUCKOM Pa3BUTUS
aTepOCKIepo3a 1, Kak CNeAcTBMe, 3aKyNMOpKU apTepui,
MHPapKTa MMOKapaa, MHCysTa. Kpome Toro,
HapylUeHWe TpaHCropTa XOonecTepriHa B MO3I MOXET
MPUBECTU K €ro HempaBUIbHOMY QYHKLIMOHMPOBAHMIO
1 CMPOBOLIMPOBaTb PaHHee nosiBreHmne 6onesH
AnbureriMepa.

MNonobHo KonmuecTsy xonectepuHa J1MBIM, ypoBeHb
xonectepuHa JIMHIM cubHO AeTepMUHMPOBaH
reHeTUYecKW: BKag, reHeTVKM MOXET COCTaBNATb 65%
¥ faxe bonee. OgHako dU3nyeckme Harpysku,
CHWKEHMe Macchbl Tena (Mpr N36bITOYHOM Bece)

¥ MprieM omera-3 XUPHbIX KMCMOT CMOCOOHbI
3HAUNTENBHO CHU3WTb AaHHbI GaKToOp pmcKa.
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YpOBEHb IMNOMNPOTENHOB HU3KOM NJIOTHOCTU

3aknoveHue

[eHeTUYecKMI aHanM3 BbISBUN Y 06CieAyeMoro npeppacnosioXXeHHOCTb K
cpepnHeMy ypoBHIo xonectepuHa JIMHI B kpoBu. 3To MOXeT 6biTb paKTOpOM

pucka psipa 3aboneBaHui.

O6cnepoBaHuA

O6cnenyeMoMy xernaTeneH perynspHblii (1
pas B 6 MecsLEB) KOHTPOJIb JMMMAHORO
CreKkTpa KpoBM (B MeEPBYIO oyepenb obLmi
XONnecTepuH, xonectepuH NMHM, JINBM)*.
[MNpr HeO6XOAMMOCTU (MPU MOBbILEHNM
YpOBHS xonectepuHa JTTHIM cBepx HOpMbI
W/ BpYrnx KIIMHUYECKUX MOKa3aHMsX)
MOTYT ObITb Ha3HaYeHbl opyrme
crieumbuyeckme obcnenoBaHms. BaxxHoCTb
[aHHbIX MpoLenyp BO3pacTaEeT Mo
OOCTVXeHMM obcnenyembiM 40-45 neT.

* Heobxooyma KOHCYyIbTauya Bpada - crneunanncTa

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauuu no npopunakTuke

O6Cﬂeﬂ,yeMOM\/ KenaTterieH KOHTPO b pauUnOHa,

0COBEHHO MoTpebeHUs XMPOoB. He pekoMeHayeTcs

npeBbllaTb HOPMbI FIOTpe6J'IeHI/Iﬂ KNPOB, O4YeHb

XenaTeslbHO OrpaHnNynTb |'|0Tpe6neH|/|e HaCbIWEHHbIX

XMPOB K1 xonecteprHa. O6cnenyeMomy xenaTebHo

YyroTpebsTh MPOoayKTbl, 6oraTble omMera-3 MHXK.

CnemyeT Y4YeCTb, YTO Mpwn MOBbILLEHHOW CKIIOHHOCTU K

Habopy Beca (0COBEHHO 3a CUET XMPOB) HE CTOUT

3110yNOTPEDIATL XXUPHOW PbIOOM, MpefnoyYTeHme nydle

oTnaTtb MHXK B dopme BAL. Takke 4nst CHUXKEHWS
ypOoBHSA xonectepuHa JTTHI pekoMeHoyeTcd
YroTPebsATb MPOAYKTbI, 60raTble MULLEBLIMM
BOJIOKHaMK (KNeT4aTKoM), a Takxke cogep kalume
OUTOCTEPOBI (KYHXYT, COS, MOACOSNHEYHbIE U
TbIKBEHHbIE CeMeYKM, MUHOA b, FPELIKME Opexw,
aBOKafo, bptoccenbckast KanycTa). st CHUXeHWs
ypoBHS xonecTtepuHa JIMHM 6naronpustHO
YNOTPEOATL B MULLY KPACHbIN OPOXKEBOM pUC.
PekoMeHOyeTcs MCKIIOUNTb U3 paLmMoHa
obcrnenyemMoro TpaHCeXKMpsbl. [Npu Haaymm
KIMHNYECKUX MOKa3aHWM (HampyMep, MoBbILLEeH e
YPOBHS xonectepuHa JTMHI B KpOBU) BO3MOXHO
Ha3HaueHVe CTaTUHOB™. Takxxe pekoMeHOOBaHbI
perynapHas eramyeckas akTMBHOCTb W KOHTPOSIb
Macchbl Tena.
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YpoBeHb IMNONpOTEMHOB
BbICOKOU MNJIOTHOCTMU

NccnepnyeMble reHbl

APOAS5

FADS1

CETP

APOE

MepcoHanbHbin OHK-oTueT: PD0O962

KopmpyeT anonmnonpoTenH 5, MMHOPHbIM ano/MnonpoTenH niasmbl
KpoBW. B mna3mMe B OCHOBHOM aCCOLMUPOBaH C YPOBHEM TPUMULLIEPVAOB
1 B MEHbLUIEWN CTerneHn — C nnnonpoTenHamm Hu3kom (JTIHM) 1 oueHb
Hmzskon (JIMOHIM) NnoTHOCTW. rpaeT BaxkHYHO pOsib B OnpeaeneHum
KOHLEHTpaLuuy TpUmmMLEPVAOB B KPOBW, Tak Kak SBSETCH
CTUMYISTOPOM JIMMONM3a TPUMMLEPWAOB Mo OeNCTBMEM
mnonpoTenHMnasbl. OgHaKo MoMMOPGHbIE 3aMeHbl B 3TOM reHe
CBA3aHbl B TOM UMCrie C YpOBHEM xonectepuHa J1MBI.

KoauvpyeT gecatypasy XMPHbIX KUCOT, KaTarM3MpYHOLLYO peakLImMio
CYHTE3a apaxMaoOHOBOM KUCIOTbI U 3MKO3arneHTaeHOBOW KMCIOTbI

13 oMera-3 1 oMera-6 npeaLwecTBeHHMKOB. B 60/bLen 1 MeHblUen
CTEMEHW 3KCMPECCHPYETCS BO MHOMMX TKaHSX, HO MakCUMasbHO —

B HaMouYeuHKax, Mo3re, neyeHu. NonmmMopdriam B 9TOM reHe cBa3aH

C HapyuweHyeM MeTabonmama omera-3 1 oMera-6 nosiMHeHachILLeHHbIX
KMPHbBIX KNCMOT U, KakK CNeACTBME, CO CHMXKEHWEM YPOBHS XOnecTepmHa
JIMBri.

KopumpyeT TpaHcrnopTep (6enok-nepeHocumK) abupoB XOnecTepuHa,
KOTOPbI 0becrneynBaeT nepeHoc adrpoB xonecteprHa ns J1MBI

B ApYyrue IMnonpoTeriHbl, TakrM 0bpa3oM yBermymBas yposeHb JTTTHI.
MakcKrMasibHO 3KCMPEeCcCUpyYEeTCs B Cene3eHKe, XMpPOBOW TKaHM,
nMMbaTUYECKIMX Y3r1ax, aLeHTe, neyeHn. OOUH 13 MONMMOPdHbIX
BapWaHTOB reHa NPUBOLMUT K CHUXEHWIO aKTVBHOCTY Berka, YTo
CMOCODCTBYET Y/yULIEHUIO NIMMMOHOIO CreKTpa KpOBW U CBA3aHO

C MoBblIWeHMeM ypOoBHS xornectepuHa JITBIM npyt CHYXKEHUM YPOBHSA
xonectepuHa JIHI.

KogvpyeT anommnonpoTerH E, Bxoasawmim B COCTaB XMIOMUKPOHOB

Y IMMOMNPOTENHOB OYEHb HU3KOM MIOTHOCTU. MakCMMasibHas 3KCMpeccus
3TOro reHa HabloAaAeTCA B NEYEHU, TakKe B MoYKax, HagmoYeuHuKax,
XXMPOBOW TKaHW, cerneseHke, Moare. benok yyacTByeT B OOMeHe Mnmaos
B KPOBW W1 XOnecTepuHa B MO3re. Hanbonee 4acto nccnenyot

2 nonmmMop®m3mMa, CoYeTaHKe KOTOPbIX 0bycaBnmeaeT 3 GopMbl Herka:
E2,E3 (HopMa) 1 E4.BapmaHT E4 cBsA3aH C MOBbILLEHMEM YPOBHS
xonectepuHa J1MHM v cHykeHmeM ypoBHs JTTBIM B KpoBU (Kak
CcnencTBMe — MoBbIWEHHbIM PUCKOM Pa3BUTUS aTepPOCKepo3a 1 6ONe3HU
ArbureriMepa). BapmaHT E2 paHee Toxe cumTanm
MPOaTePOCKNEPOTVNHYECKM, OAHAKO MocnefHme nceneqoBaHns
YKa3blBalOT Ha ero CBs3b C MoBbllLEHWEM YPOBHS xonectepuHa J1MBIM

M CHUXKEHMEM YPOBHS xonectepuHa JIMHI.
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YpOBEHb IMMNOMNPOTENHOB BbICOKOWM MNJIOTHOCTU

Pe3ynbTaT reHeTUu4ecKkoro

aHaJIn3a

O

leH MonuMopopusm MeHoTVIn YacTtoTa Pesynbtat SddekT

CETP rs5882 A/A 46% MpeapacnonoXeHHOCTb K BbICOKOM CKOPOCTU ==
rnepeHoca xosnectepuHa 13 JIMBIM 8 JIMHIM

APOE rs429358, E3/E4  21% Mpenpacnono)XeHHOCTb K CHUKeH Mo JTMBM u =

rs7412 HakonneHuto JIMHIM B KPOBEHOCHOM pycrie

FADS1 rs174547 /T 44% MpeapacnonoXeHHOCTb K BbICOKOM CKOPOCTU
MeTabomM3Ma oMera-3 XMPHbIX KUCIOT

APOAS5 rs964184 c/C 71% OTCYTCTBYET MPEOPaCroNOXEHHOCTb K YBEMMUEHMIO

YPOBHS TPUITMLIEPUAOB B KPOBM

JTnnonpoTenHbl BbICOKOM rioTHocTw (JTTBIM)
CUHTE3MPYHOTCH B MeYeHu. B Hauane oHM nMetoT
MPencTaBnsaloT U3 cebs AUCKM, HO B KPOBU, 3axBaTblBas
XONECTEPUH, MPMOBPETatOT chepryeckyto Gopmy.
XonectepmH pacrofiaraeTcst Ha MOBEPXHOCTU
nmnonpoTerHa BmecTe ¢ dochomnmoamm. OgHaKo
rocrie ero rnpeepalleHns B adup (Mo4 OencTBrEM
neumnTUHXonecTepmHaumnTpaHcdepasbl) oH 6rarogaps

BbICOKOW rApodOBHOCT MPOHMKAET BHYTPb YacTULLbI.

TakmM 06pa3oM N36bITOK CBOOBOAHOMO XOsecTeprHa
yOAnSeTCst 3 KPOBSIHOIO pycria.

YpoBeHb xonectepuHa J1MBIM B nra3me KpoBy 0bpaTHO
KOppenMpyeT C PUCKOM Pa3BUTUS aTepOCKIepo3a

1 CBSI3aHHbIX C H1M 3ab0/1eBaHMM. Bolcokas ero
KOHLIEHTpaLWsA NMpensaTcTByeT 06pas3oBaHUIO
aTepOCKIEPOTUYECKMX BNALWEK B COCYaAaxX

1 NpenoTBpallaeT pasBmUTUe CcepaeyHO-COCYAMCTbIX

3akoveHue

3aboneBaHuin. Takxxe xonectepuH JMBIM nmMeet
MPOTUBOBOCMA/IMTENBHYIO, aHTUOKCUOAHTHYIO

¥ MPOTUBOTPOMOOTUYECKYIO aKTVBHOCTb, OKa3blBaeT
HnaronpusaTHbIN 3dPEKT Ha NponMdbepaumio 1 opyrue
OYHKLMU KNETOK SHAOTENMS COCYLOB,
XKM3HECNOCOBHOCTL 1 AndPEepeHLIMPOBKY

VX MPenWwecTBEHHMKOB. TakMM 0Bpa3oMm, KOSIMYECTBO
xonectepuHa JMBIM mpakTUyecky Hanpsamyto CBA3aHO
C MPOAOPKNTENBHOCTBIO M KAYeCTBOM XM3HU.

YpoeHb xonectepwHa J1MBIM B nna3me Kposu
CYLUECTBEHHO OETEPMVHMPOBAH MrEHETUYECKU, erO
MHOEKC HacnegyeMoCcTu MOXeT cocTaBisaTb 40-60 %.
C Apyrov CTOpOHbI, MOBbICUTb KOIMYECTBO
xonectepuHa MBI MOXHO C MOMOLWbIO GU3UYECKMX
Harpy30K, CHUXEHWS MacCbl Tena (Mpr M30bITOYHOM
Bece) 1 npureMa oMera-3 XXMPHbIX KMCIOT.

[eHeTUYecKkM aHanM3 BbiIBUN Y 06CiefyeMoro npeppacnosioXXeHHOCTb K
cpenHeMy ypoBHio xonectepuHa J1MNBIM B kposwu.

MepcoHanbHbIn OHK-oTyeT: PDO962
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O6cnepoBaHUA

Ob6cnenyeMoMy xenateneH perynsapHbii (1
pa3 B 6 MecsLEB) KOHTPO/Ib MMMAHOIrO
CreKkTpa KpoBM (B MeEPBYIO ovepenb obLmin
XOrecTepuH, xonectepwH JIMBI, JITHIT). B
cry4ae HeoOXOOMMOCTU MPU CHUKEHU
ypoBHS JIMBI Hu1Xe HOPMbI 1/
HaNM4YMM APYrmx KIMHNYECKNX MOKa3aHWM
BO3MOXHb| AOMOSHUTENbHbIE
obcnenoBaHMs*. BaXHOCTb AaHHbIX
npoLenyp BO3pPacTaeT Mo OCTUXKEHUM
obcnenyembiM 40-45 neT.

* Heobxooymma KOHCYyIbTauma Bpada - crneunanmncTa

MepcoHanbHbin OHK-oTyeT: PDO962

YpOBEHb IMMNOMNPOTENHOB BbICOKOM MNJIOTHOCTU

PekoMeHaauumM no NnpodunakTuke

Ob6cnenyeMoMmy xernaTeneH KOHTPO/b PaLMOoHa,
OCOBEHHO MOTPEDBNEHNS XMPOB. He pekomeHayeTCs
MpeBbIWaTb HOPMbI MOTPEDIEHNS XXMPOB,
peKoMeHOYyeTCst MO BO3MOXHOCTWN OrpaHNyYnTb
noTpedeHme HacbILLEHHbIX XPOB. PekoMeHayeTcs
VICKIOUMTB 13 paLMoHa obcnenyemMoro TpaHCKMpbI.
[ns noeblweHns ypoBHs xonectepuHa J1MBl
obcrenyeMoMy pekoMeHaoyeTCst OrpaHnNyYnTb
rnoTpebneHme yrneBoaoB (3aMeHMB UX
HEHaCbILLEHHbIMM X1PpaM1 B MPeaenax PEKOMeHayeMown
HOPMBbI), B YaCTHOCTU Caxapa 1 GPyKTO3bl.
ObcnenyeMoMy xenaTenbHO ynoTpedbnsaTs MpOaYyKTbI,
Horatble omera-3 MHXK. CrnenyeT y4ecTb, 4To Mpu
MOBbILUEHHOM CKITOHHOCTM K Habopy Beca (0COBEHHO
3a CYET XMPOB) HE CTOUT 3/10YMOTPEDIATL XXMPHOM
pbl6om, MpeanoyTeHre nydwe otaats NMHXK B dopme
BAL Mpyt HAaNMMUMU KIIMHWNYECKMX MOKa3aH1M
(HanpvMep, NoBbILEHE YPOBHS XonectepuHa JTTHIM B
KPOBW) BO3MOXHO Ha3Ha4YeHme CTaTHOB™.
PekoMeHaytoTCS 0TKa3 OT KypeHust 1 YMEPEHHOCTb B
noTpedneHmn ankorons. Takxxe pekomMeH4oBaHbI
perynapHas ¢ramnyeckas akTMBHOCTb W KOHTPOIb
Macchbl Tera.
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[TonuHeHachbIWeHHble XUPHDbIE

KNCNOTDbI

Nccnepyemble reHbl

KO,EI,I/Ip\/eT necatypasy XMPHbIX KNCIOT, KaTalM3VPYIOLWYHKO peakL Mo

FADS1

CNHTE3a aanI/ID,OHOBOI;I KMCOTbI U 3MKO3arneHTaeHOBOW KNCOTbI

13 oMera-3 1 oMera-6 npenlecTBeHHMKOB. B 6obLien v MeHbLuen
CTeneHn aKCripeccnpyeTcsd BO MHOIMMX TKaHAX, HO MakKCMMallbHO —

B HagMoveuHyKax, Mo3re, neyeHu. NMonmmMopdusM B 3TOM reHe CcBa3aH
C HapyLweHreM MeTabonmama omera-3 1 oMera-6 nosMHeHacChILLEHHbIX

XKUPHDbIX KUCTOT.

Pe3ynbTaT reHeTUu4eckoro

aHaJ1IN3a

leH Monnumopdpusm FeHoTVIn YacTtoTa

PesynbtaTt

O

AddekT

FADS1 rs174547 /T 44%

[MonrHeHacbIWeHHbIe XMpPHble KMCNoTbl (MHXK),

B MEPBYIO oYepenb oMera-3, BlMAT Ha 3/1aCTUYHOCTb
KIIETOUHbIX MEMOPaH, MPOLLECCHI pereHepaumm

1 YCBOEHMS OPraHM3MOM KasbLMs, a TakxKe Ha MMTaHue
KNEeTOK MO3ra. HazBaHus «omera-3» 1 «omera-6»
O3HaYaloT ABOVHYHO XMMUYECKYIO CBS3b
COOTBETCTBEHHO Y TPETbEro U LeCcToro atoMa
yrnepona oT METUIOBOIO KOHLLA XXUPHOW KUCIOTbI.
Owmera-3 n omera-6 MNHXK asnatoTcs HesaMeHMbIMA
[J/1 YerioBeKa U O0KHbI MOCTYMaTb C MLLEN.

MepcoHanbHbin OHK-oTueT: PD0O962

ﬂpeﬂ,paCI'IOﬂO)KeHHOCTb K BbICOKOW CKOPOCTM
MeTabomama omMera-3 1 omera-6 XKMPHbIX KNCNOT

B opraHmame oHW npeBpallatoTcs B ApYrie XupHble
KNCOTbl C Bosee ASIMHHOM LIENOYKOM nyTem
3MOHraUMN YITEPOLHOM LIEMM XMPHbBIX KMCIOT

11 BCTaBKOW [BOMHbIX CBSI3eM (T.e.AecaTypaLmen). Tak,
omera-3 anbda-IMHONEHOBas KMC/IOTa NpeBpaLlaeTcs
B 3MKO3aneHTaeHOBYO, KOTOpasi, B CBOKO oYepenb —
B LOKO3areKCcaeHoBY; oMera-6 nmHoseBas K1crnoTa
KOHBEPTVPYETCA CHavasia B apaxmaooHOBYHO, KOTOpast
3aTeM — B IOKO3areHTaeHoBY!O.
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MNMonnHeHacbIWeHHble XUPHbIe KUCJ1O0TbI

TakM 06Pa30OM, KIIOYEBBIM W IMMUATUPYIOWMM
$aKTOpOM A1 yCBOEHMS 1 MeTabom3ama MHXK
aBAseTcs GyHKLUMOHMPOBaHe GepMeHTOB AecaTypas
1 3mn0Hra3sbl. 3 MHXK crHTesnpyroTca
npocTarmaHaMHbl 1 NIEMKOTPUEHbI —
rOPMOHOMOA0OHbIE BELWECTBa, KOHTPOMPYOLLMe
BocnaneHwve. Npuem omera-3 MHXK cHmXxaeT ypoBeHb
JIMNHI B KpOBW, YTO CHUXKAET pUCK GOPMUPOBAHUS
OALWeK Ha CTEHKax COCYAOB M yMeHbLUaeT
BEPOSATHOCTb Pa3BUTUSA aTepOCKIepOo3a, MHDapKTa
MNOKap A3, NWEMNYECKOTO MHCYBTa 1 6ONe3HM
AnburenmMepa. Omera-6 MNHXK He MeHee BaxkHbl A1s
obecreyeHnss HopMarbHOM paboTbl MO3ra 1 cepaLa,
MX yrnoTpebneHme B yMEPEHHOM KOJIMYECTBE TakXe
rnones3Ho Ass NPOdUNIAKTUKU YKa3aHHbIX Bbille
3aboneBaHui.

3aknoveHune

OOHaKo 13 oMera-6 CUHTE3UPYIOTCS CUMbHENLLE
BOCManmTeNbHble MPOCTarmaH4MHbI, B TO BPEMS Kak

13 oMera-3 — NpoTUBOBOCMAMTENbHbIE. [TO3TOMY
OYeHb BaXKHbIM MOKa3aTeneM ABIg9eTCa COOTHOLIEHWE
Mexay oMera-6 1 omMera-3 (MHOEeKC oMera-6/omera-3).
OnmManbHO 3HaudeHue nHaoekca 5—10/1. N36biTok
omera-6 Mo CpaBHEHWIO C OMera-3 MOXET YCUNTb
BOCManmMTeNbHble MPOLIECCHI, a TakXXe CHU3UTb
MPOPUIAKTNYECKYIO U TepaneBTUYECKYIO

30 PeKTBHOCTL OMera-3. Kpome Toro, oMera-6 MoryT
CnocobCTBOBaTb HAOOPY BECa 3a CUET XXMPOBOM TKaHMU.
[NoaTOMy KOHTPO/Ib MHAEKCa OMera-6/oMera-3 BaxeH
npw NpremMe 61OOrMYECKK aKTUBHbBIX 0ODOABOK,

a Tak>Xe Mpy FeHEeTUYECKMX HapYLWEHMAX NMpeBpaLleHns
MOSMHEHACBILLEHHbBIX XXUPHbIX KMCOT.

[eHeTUYeCKMI aHanM3 Nokasar, YTo y o6crenyeMoro He o6Hapy>XXeHo
HapylueHue nNpeBpalleHns oMera-3 u oMera-6.

O6cnepoBaHuA

ObcnenyeMoMy He crienyeT npeHebperaTtb
nepuoanYecKM1 NMPOPUIaKTUHECKMMA
06CnenoBaHMAMM, B YaCTHOCTU KOHTPOIEM
MHAOEKCa oMera-6/oMera-3. Takxe
BO3MOXHbI ApYrve npodunaktmyeckme
obcnenoBaHus (YPoBEHb TPUIMLIEPUAOB,
0bLWMIN XOonecTepuH, xonectepuH JIMHI m
J1BI).

* Heobxooymma KOHCYyIbTauma Bpada - crneunanmcTa

MepcoHanbHbIn OHK-oTyeT: PDO962

PekoMeHaauum no npopunakTuke

He BbisiBNeHa HEOOXOAMMOCTb B AOMONHUTENIbHOM
npueme MNHXK (omera-3 nnm omera-6) 6e3
OOMONMHUTENbHbBIX KIMHWNYECKMX NOKa3aHWM, OAHAKO
HY>XHO YrNoTpebnaTb MPOAYKTLI, cogepxalume MHXK B
npenenax CyToYHom HopMbl. OAHaKO AOMYyCTUM
OOMONHUTENbHbIN KypCcoBOW Mpmem omera-3,6 MHXK B
crnydae nx gedurumTa B paumoHe*. PekomeHgoBaHHOE K
YMNOTPEDEeHMIO KOMYECTBO oMera-3 - 1,2 1 B CyTKK,
oMera-6 - 8-10 1 B CyTKU*.
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BooHO-coneBou
obMeH

B opraHmame yenoBeka MOHbl HaTpUst HEOOXO UMb
07191 COKpALLLEHVS MblLLLL, B TOM YMCe cepaLa,
MEPUCTANBTMKM KULLEYHKKA 1 Mepedaqi CUrHanos
HePBHbIMW KNeTKaMu. X/10p SBMSETCS OCHOBHbBIM
3M1eMEHTOM, MOAAEPXKBAOLLMM COCTaB KPOBW.
BakHyrO posib B perynsiLmm cCoOneBoro obmMeHa UrpaeT
FOPMOH anbAoCTepoH. OH BblpabaTbiBaeTCs
HaOrnoYeuYHVKamMm1 1 CocoBCTBYET 3adepykke BOAp!

V1 IOHOB HaTPWsi MOYKaMM.

Ha mpouecc BogHO-CconeBOro obMeHa BAVSIOT
reHeTudeckme GakTopbl, CBA3aHHbIE CO CKOPOCTbO
BblAENEHVS COMNMM 1 330EPXKKOM XMOKOCTU B TKaHAX
yenoBeka. B nepByto ovepenb 3TW reHbl CBsA3aHbl

C paboTOW peHWH-aHMMOTEH3VIH-aNbAOCTEPOHOBOM
CUCTEMBI.

YUeT BIMSAHMSA 3TWX GaKTOpOB NMo3BoiAeT
cbanaHCMpoBaTb MOTPEDNEHE COMM TakM OOPa30M,
UYTOObI MPEeOOTBPATUTL CUMMTOMbI, CBA3aHHbIE

C HEOOCTATKOM UM M30bITKOM COSIM B OpraHm13me,

M MPOPUNAKTUPOBAETb PasBUTUE MMMNEPTOHMYECKOM
6onesHu.

MepcoHanbHbin OHK-oTueT: PD0O962
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BooHoO-coneBou 6anaHc

NccnepyeMbie reHbl

ACE

ADD1

CYPT11B2

MepcoHanbHbin OHK-oTueT: PD0962

KoovpyeT aHrMoTeH3uHnpespaLlaowyi ¢epmeHT (ANd) —
LIMPKYIMPYIOLLMM BO BHEKIETOYHOM MPOCTPaHCTBE OEMoK, KOTOPbIN
VIFPaET BaxHYIO POSib B PErYALMM KPOBSHOMO AaBneHus 1 BanaHca
IMEKTPO/IMTOB, KaTa/M3KMpPYyeT paclleryieHne HeakTUBHOMO
AHMMOTEH3KHa | O aKTWUBHOIO aHMMOTEH3KMHa I, cTMyMpytoLero
CY>XXEHMEe COCYAOB W YBENMYEHME CHHTE3a allbAOCTEPOHa. [eH
3KCMPECcCMpyeTCs B MakCHMalbHOM CTEMEHW B KULEYHVIKE, TakxXe

B NIErKMX, MEHbLLE — B IMYKaX, MOOXKENYAOUYHOM xXenese, noykax 1 ap.
CBs3aH C TUMOM aganTaLnm cepaeyHO-COCYANCTOM CUCTEMDI

K onpeneneHHoMy TUny GU3NYECKOM Harpy3kuy 1 pa3BUTUEM
rMnepTpodUYECcKON KapaMOMNONaTUM U apTePUabHOM MMepTEH3MN.
Heneuuns (D) B 3TOM reHe cBsA3aHa C agarnraLmen cepaeyHo-CcoCcyamncTomn
CUCTEMbI K Harpy3kaMm Ha CU1IY, HO B TO »e BPEMSI C MOBbILWEHHbIM PUCKOM
pPa3BUTUS apTepUabHOM MMNepPTEH3MM, B YaCTHOCTU MpY MOTpebeHnn
60/bLWOro KOMYecTsa Cosm.

KooupyeT 6enok umMTockeneTa u MeMopaH anbda-agayLnH 1 CBa3aH

C M3MEHEHWEM TPaHCMopTa MOHOB HaTPUS B KeTKax. AoAoyLMH

C BbICOKOM adpPUHHOCTbBIO CBA3bIBAETCH C MIOHaMW KasbLns/
KanbMOAYIMHOM U SBMSIETCS CYOCTPaTOM A1 MPOTenHKMHa3 A n C. leH
aKCMpeccrpyeTcs NPakTUYeCKK BO BCEX OpraHax v TKaHsx. Miccnenyetcs
015 BbISIBNEHWS FTEHETVNYECKOWM MPenpacrnonOXeHHOCTH

K CONEeYyBCTBUTENBHOM MMMEPTOHUM 1 CKITOHHOCTM K OTEYHOCTU:
nomMmMopdr3M 3TOro reHa CBsA3aH C 3aMesIeHHbIM BblBEAEHWEM COeM
(B MepByto ovepenb HaTpWs) 1, Kak CeaCcTBME, PUCKOM 3a0ep>KKU
KWMAKOCTY B OpraHu3me.

KoaupyeT depMeHT arnbaOCTEPOH-CUHTa3Y, ABMSIOLLYIOCS Hapsagy ¢ Alld
OOHVIM N3 KOMMOHEHTOB PEHUH-aHMMOTEH3HOBOM CHCTEMbI,
perynmpytoler KpoBsaHoOe AasneHne U 06beM NpokadBaeMom

B OpraHu3me kpoBu. DepMeHT KaTam3npyeT NOCNEQHIOK CTaauto
CYHTE3a FOPMOHa albOCTEPOHA U3 LE30KCUKOPTUKOCTEPOHA.
AnbOOCTEPOH B CBOKO O4epeb UIPaeT posib B peryisaumm KpoBAHOIO
0ABMEHVS MyTeM NoanepkaHmsa BOOAHO-COMEBOro HaslaHCca, akTUBUPYETCS
KasmeMm 1 CrocoBCTBYET €ro BbIBEAEHMIO MO MPYHLMMY 0BpaTHOM CBA3M.
KpoMme Toro, rmnepnpoayKums (B YaCTHOCTU, M3-3a No/mMMopdu3amMa

B npomoTope reHa CYPTIB2) anbaocTepoHa MOXET ObiTb MPUYMHOMN
OTEKOB.
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BopgHo-conesou 6anaHc

Pe3ynbTaT reHeTU4eckoro

aHaJ1In3a

FeH Monmmopdpusm FeHo™vin YacTtoTa Pesynbtat clolol-le g

ADD1 rs4961 G/G 62% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTU
BblBEEHMNS COMM

ACE rs4341 D/D 27% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTU ==
CUHTE3a aHrMoTeHsMHa Il 1, Kak cneacTsue,
CYLLECTBEHHbIN PUCK pa3BmTLa Al

CYP11B2 rs1799998 T 27% MpeapacnonoXeHHOCTb K rMAeprpoOayKLIm ==

aNbAOCTepOHa N, Kak crnecrteMe, 3HaunTenbHO
YCKOPEHHOMY BbIBEAEHNIO Karld 3 OpraHn3Ma,
OTEeYHOCTN

Ha npouiecc BooHO-coneBoro obmMeHa BMsioT
reHeTuyeckme GakTopbl, CBA3aHHbIE CO CKOPOCTbLIO
BblAENEHNS COMM U 3aEPXKKON XUOKOCTU B TKAHSAX
yerioseka. B nepByto ouepenb 3TM reHbl CBA3aHbl

C paboToW PEHWNH-aHTIOTEH3VH-a/bAOCTEPOHOBOW
CUCTEMbBI — FOPMOHAsNIbHOW CUCTEMBI YeroBeKa, KoTopas
perynvpyeT apTepvanbHoe AaBneHme u oobem
LMPKYMpYytoLLen (MpoKayBaeMom) KpOBM

B opraHu3me. lNpenpopeHunHoBas MPHK obpasyeTcs B
FOKCTarmoMepysisapHbIX KNETKaxX rNoyek, TpaHCIMpyeTcs,
roce Yero NPOAYKT NPeBPaLLAeTCs B MPOPEHVH
nocpencTBOM OTWEMIEHNS 23 aMUHOKMCIOT.

B aHpomnasMatyeckoM peTrKyyMe NpoOpeHnH
MoABEpPraeTcs MMKO3MIMPOBaHMIO U MpMobpeTaeT
HEeobXOAMMYIO TPEXMEPHYIO CTPYKTYPY. B nTtore
MPOPEHUH COCTOUT M3 MOCNENOBATENBHOCTU,
BKJ/IOYatoLLEN 43 aMUHOKMCIIOTHbBIX OCTaTKa,
MPUCOEANHEHHbIX K N-KOHLLY peHMHa (Coaep>KaLlero,
B CBOIO oyepenb, 339-341 octaTok). [lonaratoT, Yto aT1a
Marasi MoCeAoBaTeNbHOCTb MPpeaoTBpaLlaeT
npexneBpeMeHHoe B3aMMOLAENCTBNE PEHMHA C
aHMMOTEH3MHOreHOM. Borbllas YaCTb MPOpPeHHa

MepcoHanbHbin JHK-oTyeT: PDO962

CcBOGOAHO BbIGPACHIBAETCS B CCTEMHbIN KPOBOTOK
rMoCpencTBOM 3K30LMTO3a, HO YaCTb MO AeNCTBUEM
3HAOOMENTVAA3 NPEBPALLAETCS B PEHUH. PeHH
BbIENSETCS B KPOBOTOK, HO 3TOT MPOLLECC XECTKO
KOHTpOMMpyeTcsa AaBneHmneM, aHrmoteH3mHom 2,NacCl,
BHYTPUKIIETOYHBIMN KOHLEHTPaUMSMU MOHOB Ca2+.
[o3TOMY Y 300POBbIX NHOAEN O6BEM LIMPKYIMPYIOWEro
NMpopeHVHa B AECATb Pa3 Bblle KOHLEHTPALLMN
aKTVUBHOIO peHMHa B ryia3me KPoBW.

MoMMMOPGU3MbI FEHOB, KOOVPYIOLUMX KOMMOHEHTbI
PEHVIH-aHMMIOTEH3MHOBOW CUCTEMbI, @ Takxke OPYruX,
CBSI3aHHbIX C BOOAHO-CONEBbIM OBMEHOM, MOTYT BHOCKUTb
CYLLECTBEHHbIV BKIIaL B PUCK BO3HUKHOBEHWSI
OTEYHOCTU, COMEYYBCTBUTENBHOM apTepmaribHoM
rUNepTeH3UM 1 APYrX COMYTCTBYHOLX NATONOMMIA.
OLHaKO YYeT BMUSIHUSA BCEX MEHETUYECKNX GaKTOPOB
Mo3BOJISET CHaANAHCMPOBaTb MOTPEOIEHE COMM

11 BOAbI TakM 06Ppa3oM, YTobbl MpenoTBpaTMTL
CMMITOMBI, CBSI3aHHbIE C HEOOCTAaTKOM UM M36bITKOM
COmMM B OpraHmnamMe, v MpooburnakTMpoBaTb pasBuTre
OTEYHOCTU U MMMEPTOHUYECKO 6OMe3HM.
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BopgHo-coneBou 6anaHc

3akroyeHue

leHeTnyeckuit aHanM3 BbISIBUN Y 06CrieflyeMoro NoBbilEeHHbI PUCK HapyLIEHUS
BO/IHO-COJIEBOro O6MeHa, CKIIOHHOCTU K OTEYHOCTU.

O6cnepoBaHuA

PexkoMeHOo0BaH KOHTPOJIb 3/1EKTPOIMTOB
KpoBU. Tak>ke peKOMeHA0BaHO perynsapHoe
13MepeHme apTepurasibHOro AaBeHNS U
perynapHoe obcnefoBaHne GyHKLMN
rnoyek (06Lwmin aHamm3a mMoumn, Y3W)*. Mpwn
MOSAB/IEHNM OTEYHOCTU BO3MOXHO
Ha3Ha4YeHe OUYPETUKOB*. TakxXe Mpu
HanmMuMy normmopdusma (M Tem 6ornee
roMO3UroTHoCTK) reHa CYPT11B2
peKOMeHOYeTCs MepPUOANYECKMN
KOHTPO/IMPOBAaTb YPOBEHb a/lbAOCTEPOHA
B KPOBW, @ TaKXe YPOBEHb Kars B KPOBU U
Mouye*.

* Heobxooymma KOHCYyIbTauya Bpada - crneunanmncTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaaUuKM no npopunakTuke

ObcnenyeMoMy He pekoMeHOYyeTCs MPeBbILLaTbh
MUHMMabHblE BO3MOXHble 403bl MOTPebIeHs
MOBapeHHOW COJ1, PEKOMEHAYETCS MO BO3MOXHOCTU
WCKITOUUTb M3 paLllioHa ComeHble broaa, Mpynpasbl U
COYCbl, @ CYTOYHYIO MOTPEOHOCTb B HATPUM BOCMOSNHATD
3a CYeT NoTPEebIEHWS HECOMEHbIX MPOOYKTOB*. Takxe
pekoMeHOyeTCs KoppeKLmMa paLmoHa obcrneqyemoro ¢
YYETOM MOTPEOHOCTY B KarMW 11 PE3Y/I5TAaTOB aHaIM30B.
ObcnenyeMoMy Takxxe pekoMeHaoyeTcs
KOHTPOMMPOBaTb MOTPEDIEHE BOAbI, HE MPEBbILLATHL
HeobxoamMoe ee KOMYeCcTBo, cCoboaaTbh BOOHbIN
PEXMM, yNOTPeONATb B MULLY MPOAYKTI,
CrMOCOBCTBYIOLLME BbIBEAEHMIO NINLLIHEN XMOKOCTU 13
opraHuaMa*. @ramyeckme HarpysKy Mome3Hbl U HY>KHbI
015 YIyYLEH S BbIBEOEHWS XXUOKOCTU 1 CONeM, HOo moa
KOHTPOIEM Nevallero Bpada 1 6e3 nepeHanpsxeHmsa™.
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ApTepuarnbHaga rmnepTeH3und

UccnepyeMbie reHbl

ACE

CYPT11B2

MTHFR

MepcoHanbHbin OHK-oTueT: PD0O962

KoovpyeT aHrMoTeH3uHMpespaLlaowyi ¢epmeHT (ANd) —
LIMPKYIMPYHIOLLMM BO BHEKIETOYHOM MPOCTPaHCTBE BEMoK, KOTOPbIN
VIFPaEeT BaxHYIO POsib B PEryALMM KPOBSHOMO AaBneHMs 1 BanaHca
IMEKTPO/IMTOB, KaTa/M3KMPYyeT paclleryieHne HeakTUBHOMO
AHMMOTEH3KHa | O aKTWUBHOIO aHMMOTEH3KMHa |l, CTMynMpytoLLero
CY>XXEHVe COCYAOB W yBENMYEHE CHHTE3a allbAOCTEPOHa. [eH
3KCMPEeCcCMpyeTCs B MakCHMabHOW CTEMEHW B KULEYHVIKE, TakXe

B NErKMX, MEHbLLE — B AMYKaX, MOOXKENYAOUYHOM xenese, noYkax 1 ap.
CBs3aH C TUMOM aganTaLnm cepoeyHO-COCYANCTOM CUCTEMDI

K onpeneneHHoMy TUny GU3NYECKOM Harpy3ku 1 pa3BUTUEM
rMnepTpodUYEcKomn KapaMoM1MOonaTK U apTepUabHOM MNepTEH3MN.
Heneuuns (D) B 3TOM reHe cBsi3aHa C agarntaLmen cepaeyHo-CcoCcyamncTomn
CWCTEMbI K Harpy3kaM Ha CUY 1 B TO Xe BPEMS C MOBbIWEHHbIM PUCKOM
pPa3BUTUS apTeprabHOM MMNepTEH3MU.

KoompyeT depMeHT anbaoCTepOH-CUHTa3Y, ABSIOLLYOCS Hapsay ¢ Alld
OLOHWM N3 KOMMOHEHTOB PEHMH-aHMMOTEH3MHOBOW CUCTEMDI,
peryvpytoLer KpoBsaHOE AaBfeHe U 06beM MpOoKavMBaeMom KpoBu

B OpraHuame. PDepMeHT KaTanm3npyeT NoCNeqHIo CTagmMio CUHTE3a
rOpMOHa a/bOCTEPOHA N3 [E30KCUKOPTUKOCTEPOHA. AllbAOCTEPOH

B CBOIO O4epeb UrPaeT POJ/ib B PErYNIALMM KPOBSAHOMO OaBEHMS MyTeM
NoAOEeP>XaHMA BOAHO-COMEBOro 6anaHca, akTMBMPYETCH KasmeMm

11 CNOCODCTBYET €ro BbIBEAEHMIO MO MPUHLIMMTY OOPaTHOM CBA3U.
MonmMMopdHbI BapyaHT reHa CBsi3aH C MOBbILLEHHOM aKTUBHOCTbIO reHa
1 PUCKOM Pa3BUTUS apTepraribHOW rMnepTeH3nm.

KoouvpyeT MeTnneHTeTparnapodonaTpenykrasdy — BHYTPUKIETOUHbIN
hEPMEHT, yUaCTBYIOLMM B MPEBPALLEHMN FOMOLIMCTEMHA B METUOHUH MpU
HanMuM BUTaMMHOB B6, B12 1 ponmeBom KUCMOTbI. [eH akcnpeccupyeTcs
MPakKTUYeCcKM BO BCEX TKaHAX M OpraHax.iccnenyeTtcs 015 BblsiBEH NS
reHeT4YecKom NpenpacroioXXeHHOCTU K Pas3BUTUIO
rNeProMOLIUCTEMHEMANY (MOBbILLEHHOIO YPOBHS FOMOLIMCTENHA B KPOBU)
1 aTepocknieposa. MonmMmMopdr3m B 3TOM reHe CBA3aH C MOBbILLEHVEM
YPOBHS FOMOLMCTEMHA B KPOBW U, KaK CIeACTBME, C YBESMYEHEM PUCKOB
pPa3BUTUS aTEPOCKIEPO3a, TPOMOO3a M apTepranibHOM rMnepTeH3unm.
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ApTepunanbHas runepTeH3uns

ADD1

CYP1A2

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1IN3a

KopmpyeT 6enok LumTockeneTta 1 MemMbpaH anbda-agayumH v ceBasaH

C M3MEHEHVEM TPaHCropTa MOHOB HaTPUS B KNeTKax. AooyLMH

C BbICOKOW apPUHHOCTBIO CBA3bIBAETCS C MOHAMM KasbLns/
KanbMOAYNMMHOM U SBNSIETCs Cy6CTpaToOM AN MpoTenHkMHa3 A n C. TeH
3KCMPEeCCHPYETCS MPaKTUYECKM BO BCEX OpraHax 1 TkaHsax. Miccnenyercs
[0J191 BbISIBNEHWS FreHETUYECKOW NMpeapacrnofioXeHHOCTH

K CONeYyBCTBUTENBHOM MMMNEPTOHUM KN CKITOHHOCTU K OTEYHOCTM:
rNoMMOPdM3M 3TOrO reHa CBsA3aH C 3aMeSIeHHbIM BbIBEAEHWEM COMEN
(B nepByto ovepenb HaTpWs) 1, Kak CNEACTBME, C PUCKOM 3a0ePXKKM
XMOKOCTU B OPraHmM3Me, YTo MOXET MOBbILWATb PUCK Pa3BUTKSA
apTepuanbHOM rMnepTeH3um, OOHAKO pe3ysisTaTbl MocnenHmMx
MCCrefoBaHnM MpOTUBOPEYNBDI.

KogvpyeT umtoxpom TA2, KoTopbit aBnsieTcs GepMeHTOM NepBor ¢hasbl
CUCTEMbI AETOKCHKALMY KCEHOBUOTMKOB. DKCMPECCUPYETCS TOMbKO

B neyeHn. PepMeHT OCYLLECTBSET PpeaKLMU OKUCTIEHNS COeONHEHUI
3HAOMEHHOrO (3CTPOreHbI, XXeMYHbIE KMCOTbI, KMPHbIE KUCOTbI,
nMpoCTarmaHANHbI, NIENKOTPUEHbI, OOreHHbIe aMVHbI) U 3K30reHHOro
(aHTUOenpeccaHTbl, MapaLeTaMos, MPOMbILLNEHHbIE SAbl, TECTULMADI,
KaHLILepOreHbl) MPOUCXoXaeHUs. KodenH aBnseTcs ogHMM M3 cybcTpaToB
CYP1A2.Tpn nommMopduU3aMe CHXKAETCS akTUBHOCTb pepMeHTa

1 CKOPOCTb MeTaboM3Ma KOGENHa, YTO BbIPaXKaETCS B MOBbIWEHWN
pUCKa pasBUTUS MMNEPTEH3MUN.

O

reH Monmmopdpusm FeHoTvin YacTtoTa PesynbtaTt S dekT

ACE rs4341 D/D 27% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTU ==
CUHTE3a aHrMoTeHsMHa Il 1, Kak cnencTaue,
CYLLECTBEHHbIN PUCK pa3BuTLa Al

CYP11B2 rs1799998 T 27% MpenpacronoXeHHOCTb K MMNeprpoayKLnm ==
anbAOCTEPOHa U, KaK CrIeACTBME, MOBbILEHHbIV PUCK
pasBnTUa Al

MTHFR rs1801133 c/T 46% MpucyTcTBME pakTopa pycka passuTus Al B CBA3U =
C HapylleHeM MeTabomaMa GOnaTos U PUCKOM
roMoLIMCTENHEMAM

ADD1 rs4961 G/G 62% MpeapacnonoXeHHOCTb K BbICOKOM CKOPOCTU
BblBEEHMS COMU

CYP1A2 rs762551 A/C 4% MpucyTCTBYET GakTop pUcKa pas3smTus Al =

MepcoHanbHbin OHK-oTyeT: PDO962

CBA3aHHOTO C yrioTpebrieHnem kode
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ApTepunanbHas runepTeH3uns

ApTepuanbHas runepTteH3us (mo MKB10: 10 —
3CCeHUManbHas (MepBrYHas) rMNepTeH3Ks) O3Ha4YaeT
MOBbILLEHME CUCTONIMYECKOrO apTepuaibHOro
nasneHus o 140 MM PT. CT. 1 BblLe 1/Vn
Ovactonmyeckoro o 90 MM PT. CT. M BbliLe.

HopMol apTepuanbHoro gasneHus (AL) ons
B3POCSIOro YerioBeka Ha CerogHsWHUA OeHb MPUHSATO
cumTaTh 120-129/80-84 MM pT. CT., orMmmMasibHoe — 100-
19/60/79 MM pT. cT. OQHAKO 3TV HOPMbI MOTYT ObITb
019 Kaxkaoro obcrenyemMoro CBow, MOCKOSbKY OHM
3aBMCAT OT BO3pacTa YeroBeka, ero obpasa Xn3Hu,
WHOMBUAYAbHbIX OCOOEHHOCTEN.

A" aBnseTcs BenyLyM GakTOPOM priCKa Pa3BUTUS
MHOIMMX 3ab0oneBaHUI, B MEPBYIO O4epenb CepaeyHo-
COCYOUCTbIX (MHBaPKT MMOKapAa, MHCY/IBT,
viemMmyeckas 6onesHb cepaua, XxpoHuyeckas
cepAeyHast He4OCTaTOYHOCTb) M LIepedbpOBaCKyIAPHbIX
(MLLEMUYECKIUIA NN FeMOPParnMYeCcKnin NHCYBT).

3aknoveHune

IMPUUMHBI 1 MeXaHW3Mbl pa3BUTKS AlC MOryT ObiTb
Pa3/MYHbI: HapyLeHne BOAHO-COMEBOrO OOMEHa,
M36bITOYHbIN BeC U Ap.PacnpocTpaHeHHoCTs AlC cpeam
B3POC/IOroO HaceneHms cocTtasrdeT nopsaka 30-45%,
COrIaCHO 3apybeXHbIM UCCIEA0BaHKAM, MO AaHHbIM
POCCUNCKUX MCCegoBaHuii — okoso 40%.

B poccuiickow nonynsumm pacnpoCcTpaHeHHOCTb AlC
Cpenmn My>X4nH B HEKOTOPbIX PermoHax gocturaet 47%,
cpeau XXeHWUH — okoso 40%.

Ha cerogHAWHMY OeHb MoSIHOreHOMHbIe
1ccrneqoBaHMs accolmaLmii BoisBum 6onee 100
reHeTYecKmX NoIMMopPPU3MOB, CBA3aHHbIX

C apTepuarbHbIM aBneHrem. HacnegyemMocTb
KIMHMYECKOro cuctormueckoro A — 15-40%,
KNMHMYeCcKoro guactonmyeckoro AL — 15-30%. [1ns
aMBYMAaTOPHbBIX CUCTONMYECKOrO

1 Amactonmyeckoro ALl B HOYHOE Bpems
HacrnenyeMocTb cocTasndeT 32-70% 1 32-50%
COOTBETCTBEHHO.

leHeTMYecKuUit aHann3 BbIIBUN Y o6crienyeMoro HekoTopbie dakTopbl,
CBsi3aHHble C PUCKOM BO3HUKHOBEHUS apTepuarnbHOI rMnepTeHsuu. Puck
pas3BUTUA AaHHoro 3a6oneBaHUs CpegHUiA.

MepcoHanbHbin OHK-oTyeT: PDO962
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ApTepunanbHas runepTeH3us

O6cnepoBaHUA

ObcnenyemMoMmy xenateneH
nepuoguyecknii (1 pas B 2 Hegenm — Mecs,
Mo AOCTUXeHMM 50 NeT - exxeqHeBHO)
KOHTPOJb apTEPUaIbHOrO OABEHNS U
nynbca. BosaMoXxHO npoBoamTb
ayCKy/bTaLuo cepaLa, COHHbIX, MOYEUHbIX
1 6efpeHHbIX apTEPUIN, MPY HANMMYMK LyMa
- 3X0oKapamorpaduio, ByrieKkcHoe
CKaHWpOBaHWe apTepuin. KenaTenbHo
Ha3HayaTb KOHTPOJIbHbIE NCCIEQOBaHUS:
06LWMIN aHaMM3 KPOBU, BUOXUMUS KPOBU
(@MmHoTpaHcdepasbl AJIT n ACT, MOYeBMHa,
KpeaTUHWH, TKoKO3a, MMMOHbIA CrekTp
KPOBU (TPUMLLEPVAbI, OOLMIA
XOonectepuH, xonectepuH JIMBM v JIFHT) n
T.4.). Tak>Ke XeraTerbHO MpoBeneHmne
06LLEero aHanM3a MoYM (KIIETOYUHbIA COCTaB,
LMAMHAPbI) U MCCEAOBaHME KOMMYEeCTBa
6erka B Moue, Mpy BbISIB/IEHN MPU3HAKOB
HapyLLeHNs GYHKLIMM MOYEK — MX
YIIETPa3BYKOBOE UcceqoBaHMeTakxe
MOXET OblTb PEKOMEHAOBAH KOHTPO/b
YPOBHS FOMOLMCTEMHA B KPOBW, B MEPBYHO
ouepenb nMpy HammMymm noaMopdusma
reHa MTHFR.

* Heobxoomma KOHCYyIbTauua Bpada - crneumnanmncTa

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauumM no NnpodunakTuke

Ob6cnenyeMoMmy xenaTesbHO yBenMyeHe notpedneHmns
PaCTUTENBHOM MUK, A0 Karnnsl, KarbLns
(copep>xaTcs B OBOLLaX, DpyKTax, 3€pHOBbIX) 1 MarHm1s
(copep>XMTCHa B MOSIOYHbIX MPOAYKTax) B paLMoHe, a
TakXXe YMeHbLUEHWE MOTPEeOIEH NS XNBOTHbIX XMPOB;
PEKOMEHOYETCS OrpaHUYUTb MOTPebeHe BpegHom
ML (TPAHCXKMPbI W T.M.), COMM, CONEHbIX 6o, 1
COYCOB. M30bITOUHbIN BEC TakXe MOXET OblTb
MPUYMHON psaga 3aboseBaHuiA, B TOM Ymcre v Al
MoO3TOMy OBCreayemMoMy peKoMeHaoyeTCs
cbanaHcKpoBaTb paLUVOH MMTaHKS, He MPEBbIWaTb
pEKOMEHOOBaHHbIE EMY KOJIMYECTBA KaNopU, XMPOB U
yrneBonoB. [Npu Hammumm nomMopdmnsmMa B reHe
MTHFR (Tem 6onee Npy NOBbILEHHOM YPOBHE
rOMOLIMCTENHA) BO3MOXEH AOMOMHUTENbHbIV Mprem
prbodaBmHa /M GonaToB*. BraronmpusaTHbI
a3pOobHble GU3NYECKME Harpy3KM B YMEPEHHOM
KONMMYeCTBe, U3MLLIHee NepeHanpsi>XXeHne He
XenatenbHo*. [ns CHUXeHWS pucka passutmng Al
obcrenyemMoMy peKoOMeHOYEeTCst CKTIOUNTb KYpeHKe U
CHU3WTb NoTpebneHne ankorons, Kode 1M CoaepXaLumx
KodenH cpefcTB OT rosIOBHOW 6051 (OCOBEHHO MpK
Hammumm nonvmopduama reHa CYPTA).
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BbuocuHTes anbgoCcTepoHa

UccnepyeMbie reHbl

KoounpyeT dpepMeHT anbaoCTePOH-CUHTa3Y, ABMSIOLLYOCS Hapsaay ¢ Alld
CYP11B2 OLHWM 13 KOMMOHEHTOB PEHWH-aHMMOTEH3UHOBOW CUCTEMBI,
perynpytoLer KpoBaHOE AaBneHne U 06beM NpokKaYBaeMom
B OpraHu3mMe KpoBu . PEpMeHT KaTanm3npyeT MOCIEAHIO CTaamto
CMHTE3a rOPMOHa anbAOCTEPOHA M3 AE30KCMKOPTUKOCTEPOHA.
AbLOCTEPOH B CBOKO OYepELb UIPaeT Posib B PErynaLmy KpOBSHOMO
LaBMeHVs NyTeM nogaep kaHus BOLHO-COMeBOro 6anaHca, akTMBMpYeTcs
KanmMeMm 1 CnocoOCTBYET €ro BbIBEAEHWIO MO MPUHLIMMY OOPaTHOW CBA3U.
MonmMMopdHbI BapraHT reHa CBA3aH C MOBbILLEHHOM akTUBHOCTbIO reHa
M YCUNEHHbIM CUHTE30M albAO0CTEPOHA, MPEAPACTIONOXEHHOCTbIO
K MepBUYHOMY rMMepabOOCTEPOHN3MY.

Pe3ynbTaT reHeTUu4ecKkoro
aHanmsa

O

FeH Monnmopdpusm FeHoT™VIn YacTtoTa PesynbtaT b dekT
CYPT11B2 rs1799998 T/T 27% MNpenpacrnonoXeHHOCTb K rnepnpoayKLmm ==
anbooCTEPOHa
AnboOCTEPOH — FOPMOH, BbipabaTbiBaeMbli okono 10 (8-13)% crnydyaeB apTepuasribHOW rMNepTEH3MM
HaanoYeuYHMKaMu, ABASIOLLMIMCS OAHOM U3 KIO4YeBbIX B LIeNIOM 1 nopsinka 20% criyyaeB pe3ncCTeHTHOM
COCTaBNSIOLLMX PEHVH-aHMUMOTEH3UH- rmnepTeH3unu. BoloensioT 2 Hanbornee YacTble MPUYMHbI
anbOCTEPOHOBOW CUCTEMBI, pEryIMpYtoLen banaHc MEPBUYHOIO rMnepaibAOCTEPOHM3MA: a/lbAOCTEPOH-
SMEKTPOSIMTOB, apTepUaribHOE AaB/EHNE M KPOBOTOK. mpoayLypytowme ageHoMbl U buiatepasbHas
Mopsaka 20% nonynauyn pa3BUTbIX CTPaH rynepriasvs HagnoYeyHMKOB. Takke CYLLEeCTBYOT
OOHapYXMBaKT CKIIOHHOCTb K MEPBUYHOMY 3 TUMa HaCeACTBEHHOIO rynepanbaoCTEPOHM3MA; TN
rMnepanbOoCTEPOHU3MY (TMMEPMPOLYKLMM 1 cocTtaenseT 0,5-1% cny4yaes AlL, TMN 2 — OKOMo 6%
anbOoCTEPOHA HagnoveyYHmkamm; E26.0 no MKB-10), cnydyaeB Al TMN 3 KpariHe pefok.

KOTOprI;I, B CBOIO o4epeb, ABIAETCH I'IpI/IbII/IHOI;|

MepcoHanbHbin OHK-oTueT: PD0962 92



BuocuHTes anbpgocTepoHa

HeanekBaTHO BbICOKWIM YPOBEHb anbAOCTEPOHA
BbI3bIBAET CHIXKEHE YPOBHS PEHMHA B M1a3me KPOBMU,
yaepxaHue B opraHmMaMe HaTpus, YTo, MOMUMO
rUMNepTEH3MM, TaKXKe MOBBILLAET PUCK Pas3BUTUS OPYIUX
OCTIOXHEHWI CcepaeyYHO-COCYANCTON CUCTEMDI

1 Lepebpo-BacKyISPHbIX OCTIOXHEHW, yCUNeHHoe
BblBEEHWe Kanns, 3abonesaHmns nodex 1 ap.

3aknoveHue

VIHTEPEeCHO, YTO MpK 3TOM BUOCUHTES abAOCTEPOHA
aKTUBMPYETCH KarmeM. TakuM 06pasoM, CyLecTByeT
TOHKWIM 6anaHc Mexay ypoBHAMM Kanms

¥ anbOOCTEPOHA, U MOBbIWEHWE YPOBHS MOCIeaHEero
MOXET MPUBECTU K MMoKaMeMnm (ABMAIOLLENCA OOHNM
113 CUMIMTOMOB MEPBUYHOMO rMMNepasba0CTEPOH3MA).

[eHeTMYecKkuIA aHann3 BbiSIBUJ Yy chnenyeMoro BbICOKYIO CKJTOHHOCTb K
YCUneHHOMy CUHTE3Yy afibAoCTepOHa. BbisiBNieH OTHOCUTENIbHO BbICOKUM puUuck

pa3BUTUA rMnokKaanemMmn.

O6cnepoBaHuA

O6cnenyeMoMy BaxkHO KOHTPOMPOBaTb
YPOBEHb asbAOCTEPOHA, COOTHOLLEHUS!
YPOBHEW anbAOCTEPOHA U PEHMHA B
rasme KpoBuW, a TakXe YPOBEHb Kasins B
KPOBU 1 MoYe. TakKe MOXET 6blTb BaXKEH
KOHTPO/b apTepuraibHOro aasneHus. Mpwu
HapyLUEHM COOTHOLIEHWS allbAOCTEPOH/
PEHVH PEKOMEHLOBAHO NMpoBeaeHe
KOMIMbOTEPHOM TOMOrpadum
HaAMOYEYHMKOB OJ15 MCKITIOUYEH S
rmneprriasnm UM ageHoMbl.
[OMONHNTENBHO MOXET BblTb Ha3HaYeHo
YNETPa3BYKOBOE MCCIEAOBAHME MOYEK,
Kapamorpaduyeckoe obcrenoBaHme
(0COBEHHO MPU FMMOKAIMEMNN).
[OCKOSbKY rMNeprpoayKLMs
anbOOCTEPOHA BEAET TakXXe K
MOBbILLIEHHOM 3KCKPELMM KarbLiS, MOXET
OblTb PEKOMEHA0BAH KOHTPO/Ib YPOBHS
Kanbuys B KDOBW M MOYe, Mose3Ha
OEHCUTOMETPUS (OCOBEHHO MpW
HapyLeH1 peuenums BuTaMmHa D).

* Heobxooymma KOHCYyIbTauma Bpada - crneunanncTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauUuu no npopunakTuke

ObcnenyeMoMy MOXET OblTb BaXKHa KOppeKLms
paLMOHa Mo Kanuo, 0CODEHHO B Cllyyae rMnokamemMmnm
KpoBU. Takxxe obcrnenayemMomMy MOXKET OblTb BaXKHO
KOHTPOMPOBaTb NOTPpebIeHre BOAbl, CObMoaaTb
BOLHbIN peXUM. [Npr HEOOXOAMMOCTY BO3MOXHO
HasHa4eHMe obcrenyeMoMy MpenapaTos -
AHTaroHMCTOB MUHEParloKOPTUKOUOBY.
PekoMeHOoBaH TakXxe npreM BuTamMmHa D*. HasHaueHre
OUNYPETVKOB OO/HKHO OblTh MOA KOHTPOIEM
creumanmcTa, OHW JOMKHbl OblTb
Kanmmcoeperaowmmm*.
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Cucrtembl
neToKcmKaumm

[eTokcrKaums — NpoLLEect OUMLLEHNS

VI HENTPanmM3aL I TOKCUYECKUX U OTPaBASIOLWMX
BellecTB B opraHmamMe. OpraHm13m criocobeH
CaMOCTOATENTbHO BOPOTHCS C HEKOTOPbIMK TOKCHHaMM
BHELLHENM cpedbl, HO He Yy BCex Stofei 3TOT NpoLecc
OOCTaTO4YHO addeKTMBEH. [P HEKOTOPbIX
NoNMMOpPdU3Max B FrEHaX CUCTEMbl BblBeOEHWS
Yy>KEPOOHbIX BELLECTB HapyLLeHbl, TO3TOMY
TOKCUYECKME BELLECTBA CKar/IMBAOTCA B OPraH13Me,
UTO OKa3bIBaAET OTPaB/ISIOLLEE U paspyLLatoLLee
nencrere. K TOKCUYECKM BELLIECTBAM, C KOTOPbIMM
Mbl CTaNKMBAEMCS MPaKTUYECKM eXXKEHEBHO,
OTHOCHTCA: HUKOTWH W1 TabauHbl ObIM, alIKOrOJb,
XMMUYEeCKMe BeLLeCcTBa, Bbloensatouyecs B npouecce
>KapeHust MPOLyKTOB, MPOLAYKTbl CrOpPaHMs
aBTOMOOUMIBHOIO TOMMMBA, KOMMOHEHTbI
MPOMbILLNIEHHOrO CMOra.

Mpouecc OeTOKCUMKALIMM MPOUCXOOUT MyTEM
XVMUYECKO M MOaMPUKaLML W OenuTca Ha ase $asbl.
CHauara nocTyrnatoLme B OpraHnaM Yy>kepoaHble
coeayHeHMs1 — KCeHOBMOTUKM — aKTUBUPYIOTCS

C MOMOLLBbIO PEPMEHTOB W OOPA3YHOT
KOPOTKOXMBYLLME MPOMEXYTOUYHbIE 31EKTPOGUIIbHDBIE
MeTaboIMTbl, KOTOPble 06/13Aat0T FrEHOTOKCUMYECKMMIA
cBOWICTBaMK. Bo BpeMst BTOPOM $hasbl MPOMEXYTOUHbIE
MeTaboIMTbl MPEBPALLAIOTCS B BOJOPACTBOPUMbIE
HeTOKCKYEeCKMe MPOAYKTbI M BbIBOOATCS M3 OpraHM3Ma.

MepcoHanbHbin OHK-oTueT: PD0962



MeTabonuam ataHona

UccnepyeMmbie reHbl

KopmpyeT 6eTa-cybbenmHnLy arkoronbaermaporeHassl. OHa siBrsieTcst

ADH1B

depmeHTOM 1-11 hasbl AETOKCUMKALMN KCEHOBMOTUKOB U OKWUCTIAET 3TaHO/

[0 aueTanbaervaa. 30heKkTMBHOCTb paboTbl bepMeHTa onpenenseT
UYBCTBUTENBHOCTb K anKorosto. lMonMMopdram CBa3aH C pa3BUTHEM
aNKOroflbHOM 3aBUCUMOCTU U a/IKOrOSIbHOMO LIMPPO3a NeYeHu.

Pe3ynbTaT reHeTU4eckoro

aHaJ1IN3a

leH MonuMopdpusm FeHoTVIn YactoTa

PesynbtaT

O

SdodekT

ADH1B rs1229984 G/G 94%

STaHOM — MPO3paYHOe OpraHUYeckoe BELLECTBO
OTHOCUTENBHO HEOOSBLLOM MOMEKYISPHOW MaccChbl,
OOHOATOMHbIV CIMPT C XapaKTEPHbIM 3arMaxoMm

11 BKYCOM, JOCTaTOYHO fieTyyee. DTUIOBbIV CrnpT

B CYLLECTBEHHbIX KOHLIEHTPALMSAX COOEPXKUTCS B TaKMX
aNnKOrosbHbIX HaMMTKaXx, TakUX Kak MBO, BUHO, KOHbSK
¥ Mpo4me, ABNSSICb MX CaMOM 3HAYMTENbHOW
COCTaBNAOWEN. DTV HAMUTKM, MOMUMO 3TaHOSa,
CoLEepXaT TakXke MHOXECTBO APYrX KOMMNOHEHTOB
(MPOOYKTOB BPOXEHMS 1 METAOONMTOB COPAXMBAIOLLIMX
MUKPOOPraHU3MOB), KOTOPblE B HEDObLUMX
KOMMYeCTBax MOryT MMETb Aaxe 6/1aronpusTHbIN
addekT. OgHaKo B NMpoLecce NPOMbILLNIEHHOrO
MPOW3BOACTBA B 9TUX HaNMTKax MOryT
06pa30BbIBaTLCS TakXe BPeLAHble, TOKCUYHbIE MPYMECU.
ANKOrosb MPSMO MM KOCBEHHO OKa3blBaeT
MHOFOCTOPOHHEE BIMSIHME Ha OpraHn3m

11 B Upe3MEPHbIX 003ax BPEAEH, U 3TOT cpen
ycyrybnsercst ToboUHbIMM MPOAYKTaMM ero
nNpown3BOoaCTBa.

MepcoHanbHbin OHK-oTueT: PD0962

MpenpacrnonoXeHHOCTb K YMEPEHHOM CKOpOCTM
MeTaboM3Ma ankoross

AKOrosb MpsiMO M/ KOCBEHHO OKa3bIBaET
MHOIOCTOPOHHEE BIMSHME Ha OPraHy3m

¥ B Upe3MepHbIX 403aX BPeLeH, M 3TOT cpef,
ycyryonsetcs noboYHbIMY MPOLAYKTaMM ero
npouseoacTea. OAQHaKO CTeneHb NPOsBeHMs!
MOCNEACTBUM, X THXECTb 1 MPOrpeccrpoBaHme

Y PasHbIX IOAer OTmYatoTca. B nepByto ovepenb 370
3aBMCUT OT KOJIMYECTBA MOTPEOBISEMOrO askKorosns,
HO Tak>e MOXET OblTb CBA3aHO C PasiMumMsaMi B paboTe
bepMeEHTOB, METADOIM3MPYIOLWYX ANIKOrOSb, B
YaCTHOCTW ankorosbaervaporeHasbl, MpespallatoLLen
ankorosb B TOKCUMYHbIN YKCYCHbIV anbaerma,.

MoMMopdM3Mbl B HEKOTOPbIX MeHax CBA3aHbl

C M3MEeHEHMEM CKOPOCTU MeTabOo/IM3Ma arikorosis
[0 aueTasbAeraa, Yto MOXeT MpYBECTH

K TOKCHYECKOMY MOPAXXEHUIO MEYEHM 1 PA3BUTUIO
OHKOJIOrMYeCcKmMx 3aboieBaHmN.
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MeTabonuaM aTaHona

3akoveHue

[eHeTUYecKkMI aHanM3 nokasarn, uTo y o6cnepyeMoro BbisiBieHa
npeapacronoXeHHOCTb K HOpMaslbHOW CKOPOCTU MeTabonnaMa ankorons.

O6cnepoBaHuA

ObcnenyeMoMy pekoMeHayeTcCst
MPOXOAUTb NEPUOAMNYECKME
obcnenoBaHMA: aHanM3bl Ha ramMma-
rMOTaMUTTPAHCMENTUAA3Y,
acrnapTataMyHoTpaHchepasy v
anaHMHaMMHoTpaHchepasy; KIMHUYECKNN
aHanm3 kposwu; JIMBIM. [NMpw
HEOHXOAMMOCTY BO3MOXHO HasHa4YeHue
OOMONMHUTENbHbBIX 0B6CenoBaHUI (@HaMM3
Moun, Y3W neyeHu, moyek u T.n.)*.

* Heobxooymma KOHCYyIbTauya Bpada - crneunanncTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaaUumM no npopunakTuke

[Mpn aHHOM reHoTUMNe 3TaHOT OTHOCUTENBHO
Me[OJleHHO MeTabonM3npyeTcs B YKCYCHbIV anbaerna,
UTO CHWXaeT pUCK oTpaBneHns. OQHaKO HU3KUIN pUCK
MOSIBSIEH VS MOXMENbS MOXKET OblTb GaKkTOPOM,
YBENMUUYMBAIOLLMM BEPOATHOCTb BO3HUKHOBEHWS
aNKoOrosibHOM 3aBUCUMOCTU. ECrv prck GopM1poBaHMS
3aBMICMMOCTEN HEBENMK, OOCNEAYEMOMY MOXHO
YNoTPeOATb a/KOrob B Pa3yMHbIX AOMYCTVMbIX
KonmuecTsax. [Ans npodunakT1KM HapyLleHy paboTsl
neyeHy obcrenyeMoMy BO3MOXHO HasHaveHme
AHTVNOKCKAAHTOB (recnepuamnH, KBepLeTyH, GIaBnLIMH
1 Ap.). Bo3MoxxeH mpueM renatonpoTeKTOpOoB™.
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MeTabonmnam kopeunHa

UccnepyeMbie reHbl

KogvpyeT umtoxpom T1A2, KoTopbit aBnsieTcs GepMeHTOM NepBor ¢hasbl

CYP1A2

CNCTEMbI OETOKCHKALMI KCEHOBMOTUKOB. SKCMPECCUpPYEeTCst TOSbKO

B neyeHu. DepMeHT OCYLLECTBISET PeakLMM OKNUCIIEHNS COEAMHEH M
3HAOMEHHOrO (3CTPOrEHbI, XXEMYHbIE KMCOTbI, KMPHbIE KUCOTbI,
MpOoCTaraHANHbI, NENKOTPUEHbI, OOreHHbIe aMVHbI) U 9K30reHHOro
(aHTUOEenpeccaHTbl, MapaLeTaMos, MPOMbILLNEHHbIE SAbl, TECTULMADI,
KaHLLepOoreHbl) MPOUCXoxaeHus. KodenH aBnseTca ogHyM M3 cyocTpaToB
CYP1A2.Tpn nommMopdr3aMe CHXKAETCS akKTUBHOCTb pepMeHTa

11 CKOPOCTb MeTabomM3Ma KOPeNHa, UTO BbIPAXKAETCS B MOBbILEHM
pUCKa MOpaXxeHWst MMoKapaa 1 pasBUTUS TMMEPTEH3MN.

Pe3ynbTaT reHeTUu4ecKkoro

aHaJ1IN3a

leH Monmmopdpusm MeHoTVIn YacTtoTa

PesynbtaTt

O

SdodekT

CYP1A2 rs762551 A/C 41%

KoderH sBnseTcs MCrxX0oakTVBHbIM BELLECTBOM,
KOTOpOE MOXET OKa3blBaTb HiarornpusTHbie addexThl,
Takme Kak npenyrnpexaeHme passBnTis 601e3Hm
ArnbLreriMepa, moBblWweHne GU3NUYECKOW BbIHOC/IMBOCTU,
MO0 BbI3bIBATb HEXENATENbHbIE — TaXMKapAMIO,
MOBbILLEHME apTepUanbHOro AaBneHVs, MoBpexXaeHs
cepaeyYHoN MbllLbl. KoderH CoaepXXUTCs B MpoayKTax
nMMTaHus, aHanbretukax 1 bBAdax. B MeguumMHCKMX
Lenax KobemH Ncnonb3yeTcsa A4nsg CTUMYISLMM
rMorepeYHO-MosI0CaTon MyCKYaTypbl: OH Bbl3blBaeT
AKTUBHbIM BbIOPOC MOHOB KasbLs.

MepcoHanbHbin OHK-oTueT: PD0962

[MpenpacnonoXeHHOCTb K CHUXKEHMIO aKTUBHOCTU
depMeHTa LMTOoXpoma 1A2

[+

C TOYKM 3peHUnst paboTbl HEPBHOW CUCTEMbI KODEUH
MPEensaTCTBYET Pa3pyLLEHWMIO aLLETUNXONMHA U TaknM
06pa3oM y/y4ylaeT MamMaTb M PaboTOCMOCOOHOCTb.
KoderH MeTabonmanpyeTtcst B meYeHy C MOMOLLBIO
depmMeHTa UmToxpoma 1A2. OH OCYLLECTBASET peakLMio
OeMeTUNIMPOBaHNSA KOPerHa 00 Tpex MPOW3BOAHDIX,
60onee 80% KOTOPbIX MPUXOAUTCH Ha OObpa3oBaHMe
MapakCcaHT1HA, OCTaNbHOE — Ha TEODUIINH

1 TEOOPOMUH. SKCrpeccus GdepMeHTa yCUMBaeTCs

Y KYPSLMX, HO, HECMOTPS Ha 3TO,Y HWX MOBbILAETCS
PUCK PasBUTUSA TMNEPTOHUM MPU yroTpebneHum Kode.
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MeTabonmnsMm kodpenHa

BesonacHas [o3a koderHa B cyTkm coctasngeT 150-
400 Mr B 3aBMCMMOCTV OT MoJa, BO3pacTa,
MCMOSIb30BaHUSt KOHTPALLEMTUBOB WM FOPMOHANIbHOMN
Tepannu, cTaTyca B OTHOLLIEHUW KypeHns

3akoveHue

N reHeTu4eckmnx ocobeHHocTen. MocnenHune
0DYCOBMMBAIOT Pa3/IMUKs B CKOPOCTV MeETaboM3ma
KoderHa, 1 YeM OHa Bbllle, TeM besoracHee
yrnoTpebneHve kode.

[eHeTUYecKkMI aHanM3 BbiSIBUN Y 06CnieAyeMoro CHUXEHHYIO CKOpPOCTb
MeTabonmsma KopenHa, YTO MOXET 6biTb OAHUM U3 PaKTOPOB pUCKa Pa3BUTUS
apTepuanbHoW runepTeHsnK. BoisBneH cpefHUiA pUCK HapyLIeHUs cepAeYHbIX
PpUTMOB, BO3HUKHOBEHUS MHpapKTa, MILeMUYecKol 60e3Hn cepaLa, roNoBHbIX
6onen BcnepgcTeue ynotpebnenms kodpenHa.

O6cnepoBaHUA

ObcrnenyeMoMy He xenaTenbHo 6e3
KpanHen HeobxXo4MMOCTM MCMOSIb30BaTb
HENPOENTUKM, aHTUOEMNPECCAHTbI,
CMasMOMTUKU, aHTUTUCTaMUHHbIE
npenapaTbl*. EMy 6/1aronpustHo
MCMOb30BaThb afibTEPHATUBHbIE CMOCOObI
CHATUSA YCTaNIOCTU: MaCcCaX MOYEK YLLeN,
KOMIEKC YMPaXXHEHUIN /15 a3 U Len,
KOHTPACTHbIW OyLL, ManeHbKUIA NepepPbIB
rnocpenm paboyero oHs — KOPOTKYHO
nporynky*. Mpy HeobxooMMoCTH
BO3MOXXHO Ha3HayeHwe BAL ¢
ALLETUIIXOSIMHOMY.

* Heobxooyma KOHCYyJIIbTauma Bpada - crneumsanncTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauumM no NnpodunakTuke

Ob6cnenyemMoMy pekoOMeHOYeTCs CHU3UTD
yroTpedneHmne kode, sHEPreTMKoB 1 OPYrnx
KodenHcoaepalyx npoaykTo. ObcnenyeMomy He
peKoMeHOYeTCs BbiMMBaTb 60riee ABYX Yallek kode B
OeHb. OH MOXET 3aMeHUTb Kode ApYyrnMin 60a0pALMMM
npoayKTaMu M HanmMTKaMu (MBaH-4Yal, CBEXEBbIXaTble
ABI0YHBIN MM aNebCUHOBbBIN COKM, YEPHMKA, FPaHaT,
MMBUPHBIN Yaii) MO0 MPOAYKTaMU CO CHUXKEHHbIM
copepxxaHvem kodperHa. PekoMeHayeTcs
OCTOPOXHOCTb MPW YNOTPEDBNEHNN NIEKaPCTBEHHbIX
CpencTB (HanmpUMep, OT FOSTIOBHOM ©O/M), COOEPXKALLWMX
KopenH*.
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HeToKCcMKauus
KCeHOOMOTUKOB

Nccnepnyemble reHbl

CYP1A2

GSTP1

MepcoHanbHbin OHK-oTueT: PD0962

KoovpyeT umtoxpom T1A2, KoTopbit aBnsieTca GepMeHTOM | dpasbl CrcTeMb
OETOKCKUKALMM KCEHOBMOTUKOB. DEPMEHT OCYLLECTB/ISIET peakLmm
OKUCNEHWS COeAMHEHWIN 3HOOMEHHOr O (3CTPOreHbl, XeMYHble KMCOTbI,
KUPHbIE KUCMOTbI, MPOCTarMaHaMHbI, TENKOTPUEHbI, DUOreHHbIe aMUHbI)
M 3K30MreHHOro (lekapcTaa, MPOMbILLIEHHbIE Sabl, IeCTULMObI,
KaHueporeHbl) mpovcxoxpaeHnsa. CYP1A2 yyacTByeT B METAOOIMYECKOM
aKTVBaLMM MPOKAHLEPOreHHbIX apUIaMUHOB U FETEPOLIMKIIMYECKX
aMVHOB, 0OOPAa3YIOLLMXCS MPU TEPMUMYECKO 06paboTke MLm. Mpwn
MoMMOPPU3ME CHIMXKAETCH akTMBHOCTb GepMeHTa U 3aTpyAHSEeTCS
OETOKCKKaLMS HEKOTOPbIX BELLECTB, a TakXXe MeHseTCs
dapMaKOKMHETMKAE NEKapPCTBEHHbIX CPEACTB, KOTOPbIE ABMAOTCS
cybcTpaTtaMy AaHHOro LMTOXpOMa.

KoovpyeT p-rmyTaTnoH S-TpaHcdepasy 1,KoTopas SBseTcs
depmeHTOM Il dasbl cMcTeMbl AETOKCUKALMKM TMAPOPOOHbIX

1 3NeKTPODUIbHBIX KCEHOBMOTUKOB (B TOM YMCIIE NIeKapCTB)

M KaHLEpOreHOB nyTeM npucoemHeHus mytaTmoHa. GSTP1
3KCMpeccrpyeTcs NOBCEMECTHO, aKTUBHO 3KCMPECCUPYETCH B MMLLEBOAE,
JIErKMX, KOCTHOM MO3re, KENTYHOM rMy3blpe, MaLeHTe, KOXE, LUMTOBUMAHOM
xenese. DepMeHT OCYLLECTBIAET MEPEBOA, aKTUBHbIX METaboIMTOB

B HETOKCMYHblE BOOOPACTBOPVMbIE KOMMOHEHThI M MPpeaoTBpaLlaeT
TakMM obpasom paspyLleHme JHK. MNonmMopdram CHUXAET akTUBHOCTb
depMeHTa, UTo TOPMO3UT Il Pasy AeToKCHKaLMM KCEHOBMOTUKOB, B TOM
ymcne NnekapCTBEHHbIX MPOW3BOLAHbDIX.
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IHeToKcukaumsa KCeHOOUOTUKOB

Pe3ynbTaT reHeTU4YeCKoro

aHaJ1IN3a

O

leH MonuMopopusm MeHoTVIN YacTtoTa Pesynbtat SddekT

CYP1A2 rs762551 A/C 4% MpeapacnonoXeHHOCTb K CHUXEHMIO akTUBHOCTU =
depMeHTa LUmMToxpoma 1A2

GSTP1 rs1695 A/A 44%

MpenpacnonoXeHHOCTb K BbICOKOM akTUBHOCTU p-

ryTaTMoH S-TpaHcdhepasbl 1

Monagas B OpraHu3aMm, XMM1MYeckme BelecTsa, B TOM
yricne W nekapcTBeHHble CPenCcTBa, MpeTepreBaoT
Cepuo XMMUYECKKX MpeobpasoBaHii, KOTopble
obecreyrBatoTCs COOTBETCTBYHOLMMM GepMEHTaMM

1 MPOUCXOOAT MPENMYLLIECTBEHHO B MeYeHU.
BblCOKOMOJIEKYIIPHbBIE BELLECTBA BbIBOAATCH Yepes
efub, MpOornyckas cTaamm MoaubrKaLmn.
MapoduibHbIE BELWECTBA TakXe He MoaBepratoTcs
XNMUNYECKMM MpeBpaLlleHAM 1 BbIBOOATCA C MOYOMW.
BroTtpaHchopMaLys 60bLMHCTBE KCEHOBMOTVKOB
ABMIAETCS TPEXCTYNEHYaTbIM MPOLECCOM, BK/IOUAOWMM
Tpu basbl: aKTHBaLMIO, ETOKCUMKALMIO 1 SKCKPELIMIO.

MepByto dasy peanmaytoT B OCHOBHOM bepMeHTbI
cemencTBa umToxpomoB (CYPs), B xone KOToOpow
BelleCTBa NnoaBepratoTcs Hecneumbuyeckomy
OKWCIEHWIO, BOCCTAHOBIIEHMIO U TMApPOmM3y. B xoae
nepBov ¢asbl BelecTBa CTaHOBUTCS Hosee
pPacTBOPKMbIM. HEKOTOPbIE MX HWX (B TOM YMCre

3akoveHue

NekapCTBeHHble CPeaCcTBa) MPOnycKatoT NepByto dasy
BroTpaHCHOPMaLIMK U CPa3y HAaUMHAKOT CO BTOPOWM
$azbl. AKTMBHOCTb LIMTOXPOMOB 3aBUCUT

OT FreHEeTUYECKOM BapmaLMn KOOVPYIOWMX NX FreHOoB

1 pasnmMyHa B nonynaumm. Bropyto dasy ocyLecTBnsioT
depMeHTbI-TpaHCchepasbl. B xoae BTopow dasbl
MPOUNCXOOUT MOSHas HENTPaNM3aLmMsa KCEHOOMOTUKOB
nyTeM NPUCOEOUHEHNS IyTaTUOHA, [TIFOKYPOHOBOW
KMCNOTbI, BOLAbI, METUSbHbIX, aLETUNbHbBIX 1 CybdaTHbIX
rpynn. [feHbl, Kogrpytowye depMeHTbl-TpaHcdepasbl,
Tak>ke MoMMopdHbI. NomMMopdr3aMbl reHoB oberx a3
OETOKCUKALMKM MOMYT BHOCUTb CYLIECTBEHHbIM BKa, B
3DPEKTVBHOCTb 0OE3BPEXMBAHMS OMACHbIX BELLECTB,
MOCTYMaOLWLMX B OPraHM13M C MULLEN, KOCMETUKOW,
ObITOBOM XVMMMEN, CMOTrOM 1 AP. C KIIMHNYECKOW TOYKM
3pEHNS Pa3IMUMs MOIMMOPOU3MOB CUCTEMDI
OETOKCKKaLMM MOIyT METb CePbEe3HbIe MOCeaCTBMS
MpY Ha3HaYeHMY GapMaLEeBTVYECKIMX MPenapaToB

n BAL.

[eHeTUYecKMI aHanM3 BbiSIBUN Y 06CiefyeMoro HesHauMTe bHble HapyLeHUs!
CUCTEMbI AETOKCUKALIMN KCEHOBMOTUKOB. HesHaunTenbHbI pUCK Bpeaa
BHELLHNX XMMUYECKUX areHTOB, 6bITOBOM XMMUU, KOCMETUKU U MWLM (B TOM
uncne xapeHou). HeaHaunTeNbHO NOBbILLEH PUCK PA3BUTUSI OCTIOXHEHWU B
pesynbTaTe NekapCTBEHHOM Tepanumn CTaHAapTHbIMU [03aMU NpenapaTos, B
MeTabonmaMe KoTopbix yvacTBytoT pepMeHTbl CYP1A2 1 GSTPI.

MepcoHanbHbin OHK-oTueT: PD0O962
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IJeToKcukaumsa KCeHOOUOTUKOB

O6cnepoBaHUA

Ob6cnenyeMoMy MHOrOA MOXET ObITb
rMosie3eH MpUYeM MpernapaToB, COAEP KaLLWX
MYyTaTUOH*, OIS 3alWMTbl OT HEFATUBHOIO
BIMSHNS KCEHOBMOTUKOB. BO3MOXeH
rpvem NAC, afTaLmHa rno cxeme npu
HEoBXOoOMMOCTU (HarmpUMep, MPY HaMY1m
H60/IbLIOroO KOMMYECTBa AOMOSHUTENbHbIX
HeBMaronpUATHLIX PaKTOPOB
OKpY>KatoLLer cpeabl)*. [ns
MPEeanynpPexXaeHust CUTyaumnin OTpaBieHs 1
3arpsi3HeHUs opraHmMaMa obcnenyemomy
MOXHO M3MEPSATb NIENKOLMUTAPHbBIN MHOEKC
MHTOKCUKaLMK (pa3 B rog 1am Yalle)*. He
BbISIB/IEHO HEOOXOLAMMOCTY B
LOMONMHUTENbHbBIX 06CNENOBaHMAX MO
OMnpeneneHuto OMMUMasbHbIX O3
npenapaToB-cybcTpaToB Ana GSTPT m
CYP1A2, 04HaKO BO3MOXHO MX
Ha3HayeHMe CneLmanMcToM rnpu
HeobxoaMMoCTU™.

* Heobxooymma KOHCyIbTauya Bpada - crneunanncTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauumM nNo NnpodunakTuke

ObcrnenyeMoMy B MPUHLMMIE MOXET OblTb AOCTAaTOUHO
BECTU 300POBbIM 06pas XM3HU 1 He NoaBepraTb cebs
HeobaAyMaHHOMY PUCKY BO3OENCTBUS XMMNYECKINX
areHTOB B OMacHbIX Ao03ax. KapeHasi n1Lia MOXeT
HaHOCKTb HE3HAYMTENbHBIV Bpen ero opraHnamy. B
MPYHLMME OH MOXET YroTpebIsTb MACO,
MPUroTOBMEHHOE Ha rpuse 1 ckoopopge. OaHako
eMy peKkoMeHOyeTcs nodallie pa3Hoobpas3uTb CNOCODbI
MPUrOTOBEHUS MULLM, OTAABasA MPEArnoYTEHME MHBIM
MeTo4aM KYSIMHApHOM 06paboTKM: TyLIEHME,
3arneKkaHue, NpUroToBeH1e Ha napy. HexxenaTenbHo
MCMO/b30BaTb MPU Xapke padrHMpPOBaHHbIEe Macsa,
CTOUT OTAATb NpearoYTeHme Macsy rxm U
KokocoBoMy Macny. Obcnenyembin Takxke MOXKeT
OTHOCUTENBHO 6€36093HEHHO MCMOMb30BaThL
KOCMETUYECKYIO MPOAYKLMIO, ECNU COAEepXKaHMe
BPELHbIX BELWECTB B HEMN He MpeBbIWaeT AOMyCTUMBIX
KOHLIeHTpaLmm. OfHaKo Mo BO3MOXHOCTM XenaTelbHO
6oree TWaTenbHO BbIGMPaTb KOCMETUKY 1 ObITOBYHO
XMMMIO. He crieqyeT npeHebperaTte cpencTsamm
MHOVBWAYaIbHOW 3aWmThl (MEpYaTKM U pecrnmpaTopbl)
MpW KOHTaKTe C ObITOBOW XUMMEN — 0BbpaboTKe
CaHy3/10B, YNCTKE KOBPOB, MbITbe MOCYAbI.
O6cnenyeMoMy MoaxoaaT CTaHOapTHble 403bl
crenyroLmx npernapaToB Mpm X KPaTKOBPEMEHHOM
MPYMEHEH: aMNOAAPOH, MEKCUIETUH, MPpOradeHOoH,
Bepanamus, LMMETUANH, GaMOTUAMH, HEKOTOPbIe
OTOPXMHOMOHbI (3HOKCALMH, MedIOKCaLINH,
Hop®dokcauyH), podeKkoKCMb, mepoparbHble
KOHTpaLLenTVBbl, aLIMKIOBUP, TMKIOMMAMH,
KIOMUMPaMUH, TEODUTIVIH, ONlaH3arvH, LOKCENMH,
Knonmaorpen, napaLeTaMosn v Apyrmx.
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IHeTokcukauus cyriepokcmaos

UccnepyeMbie reHbl

KopmpyeTt MapraHeL,-3aB1Cc1Myto cyrnepokcuoancmyTasy (SOD2),
MnSOD KoTOpas aBnaeTcs GepMeHToM MUTOXoHOPWM. MNSOD akcrnpeccupyeTcs
MOBCEMECTHO, Hanboree YacTo — B MeYeHU, anneHamnKCe, SHAOMETPUN,
MOYEBOM My3bIpe, XEMYHOM My3blpe, CEPALLE, KOCTHOM MO3re. OTOT 6e/1oK
CBSI3blBaeT CynepoKcuaHble pagvkarbl — MOBOYHbIE MPOAYKTbI
OKUCIINTENBHOrO GOCHOPUIMPOBAHUS 1 MPEBPALLAET UX B NMEpeKnChb
BOLOPOLAa M ABYXAaTOMHbIM Kcnopof. [Npy nonmMopdrame HapyLaeTcs
3TOT MPOLLECC, a CYNEPOKCUOHbIE paayKarbl akTVBHO MOBPEXOatoT
MeMBbpaHbl MUTOXOHOPWI W OpYr1e CTPYKTYPbl KNETKU. Bapuauum B 9TOM
reHe Oblnn CBA3aHbl C XPOHWMYECKOM YCTanocCTbio, HeppornaTren,
npexaeBpeMeHHbIM CTapeHUeM, HEMPOIENTUYECKON OVCKMHEIMEN,
pa3HbIM OTBETOM Ha MPOTUBOPAKOBYIO TEPanio, MayKoOMOM,
KapanoMmMonaTuen 1 OHKOSIOMMYECKMY 3a001EBaHKSIMMA.

KoovpyeT p-rmyTaTnoH S-TpaHchepasy 1,KoTopast MOXET BbIMONHATL
GSTP1 AHTUNOKCUAAHTHYIO QYHKLMIO NYTEM MPUCOEANHEHMS IMyTaTUOHA
K MOseKyse OKUCNTENS, CPEOM KOTOPbIX — NTleKapCTBEHHbIE
MPOW3BOAHbIE, MPOAYKTbl OKUCIIMTENBHOIO CTPecca npw BO34ENCTBIM
YDO-nyyen, Tsxkenbix MeTanioB. GSTP1 akcnpeccmpyeTcst MOBCEMECTHO,
aKTUBHO 3KCMPECCUPYETCS B MULLEBOLE, NIEMKMX, KOCTHOM MO3Ie, XETYHOM
ny3blpe, MaLeHTe, KOXE, LUMTOBUOHOW xenese. DepMeHT obecrneyBasT
pernapaunio o6beMHbIx noBpexaeHui JHK, BbiaBaHHbIX BO3OENCTBMEM
KaHLLepOreHoB — MosiMapoMaTUYECKMX YITEBOLOPOAOB. MomMopduam
CHUXKAET aHTUOKCMOAHTHYIO CMOCOBHOCTb PepMeHTa.

Pe3ynbTaT reHeTUu4eckoro
aHanmsa o

FeH Monmmopdpusm MeHoT™VIN YacTtoTa PesynbtaT SpdekT

MnSOD rs4880 c/T 23% MpenpacrnonoXeHHOCTb K CHUXEHMIO akTUBHOCTU =
Mn-3aBMCUMOL CYMEpOKCUOANCMYTa3bl

MepcoHanbHbin OHK-oTueT: PD0962 102



JeTokcukKauusa cynepokcuaoB

reH Monmmopdpusm FeHoTvin YacTtoTa

PesynbTaTt

b dekT

GSTP1 rs1695 A/A 44%

AKTMBHbIE GOPMbI Kcropoaa (ADK) reHepupytoTcs

B XO[,e PasfiMyHbIX METADONIMUYECKMX MPOLLECCOB

B OpraHM3Me Kak OCHOBHbIE MPOAYKTbl peakLMy Uam
Kak noboyHble. BHewHwe dakTopbl (yrsTpaduoneToBoe,
NOHM3MPYIOLLEE, 3/1EKTPOMarHUTHOE U3MTyYeHMs,
OKMCIUTENN, MOCTYMatoLLME N3 OKPY>KatoLWen cpefpl:
030H, KOMMOHEHTbI ObITOBOM XMMWI) TaKXKE BHOCST
BK/1a[, B 06pasoBaHme CBODOAHbIX pagyKasos.

VIX HENTpanM3aumio OCYLLECTBISIOT aHTUOKCMOaHTHas
cucTeMa KeTKu, BKIKOYaloLWas rpymnmny crneuyanbHbiX
depMeHTOB, 1 BELLECTBa-A0HOPbI 3NIEKTPOHOB.
MocnegHue NpencTaBnatoT COBOM PasHOPOOHYO
rpynny COeOUHEHUN: BUTaMUHbI 1 BUTaMUHOMOLOOHbIE
BeLLECTBa, M1HEpParbl, KAPOTUHOWAbI, GriaBoOHOUObI.

Porb aTx coeanHeHn 1 GepMeHTOB 3aK/TFOHYaETCS

B MPpenoTBPaLLEHNI HEXENaTeNbHbIX PeaKLMiA
OKMCIIEHWA B KIIETKaX 1 TKaHSX. Ha KaXaoMm aTarne

3aknoveHue

Hpeﬂ,paCI'IOﬂO)KeHHOCTb K OTHOCUTESNbHO BbICOKOM
CKOpPOCTV BblBEOEHNSA KCEHODUOTVKOB

BO3HMKHOBEHMA ADK paboTaeT COOTBETCTBYHOLLMM
bePMeHT, CreLanM3npPoBaHHbI Ha HENTPanM3aummn
OaHHOro Tvna pagmkana. CywecTByoT GepMeHTbI,
KOTOpbIE He 3aH1MatoTCs HEMTPaM3aLuren caMmmnx
pafvKanoB,a BOCCTaHaBIMBAIOT Y>Xe MOBpexXAeHHble
yactruamm APK kneToyHble CTPYKTYpbl. Mommmopdmnam
reHOB, KOAMPYIOWMX GEPMEHTbI aHTVIOKCUOAHTHOM
3alUMTbl, OOYCIOBMBAET Pa3/IMUHbIN YDOBEHbD
OKUCIMTENBHOIO MOPaXeHus KNeTok. AncbanaHc
CUHTE3a N YyTUIM3aLM CBOBOOHbIX PaaMKanoB
NMPOSIBNSIETCS B OKUC/MTENBHOM CTPECCe, KOTOPbIM
CroCOBCTBYET MPEeXAEBPEMEHHOMY CTapeHMIo.
OKNCAMTENbHBIV CTPECC y4acTBYET B MaToreHese
pasfnMyYHbIX 3a60NEBaAHUIN 1 HAPYLUEHWM, B TOM Y1CTIe
caxapHoro amabeta, ArabeTnyeckon Hebporatm,
aTEPOCKIEPO3a, apTePUaribHOW rMNepTEH3KU, 6OE3HM
ArblreriMepa, OHKO3aboIeBaHIN.

[eHeTUYeCcKUIA aHanNM3 nokasar, YTo y o6criefyemMoro CH1UXeH pUCK pasBuTUS
HOBOO6Gpa3oBaHUM, CepAeYHO-COCYAUCTDIX, HEBPOJIOrMYeckMxX 3abosieBaHni m
HapyLweHui GpyHKLMM NoYek BCieACTBUE OKUCITMTENBHOIO CTpecca.
AHTMOKCMAAHTHasA 3almTa KJIeTKM HE3HauUUTENbHO ocrabrieHa*.

MepcoHanbHbin OHK-oTyeT: PDO962
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JeToKkcukauusa cynepokcuaoB

PekoMeHaauumM nNo NnpodunakTuke

O6cnenyeMoMy MOXET OblTb Mosie3Ha KoOppeKLms
OGCJ'IeﬂOBaH 73] aHTVMOKCMAAHTHOrO CTaTyca. BoaMoxeH
OOMOSTHNTENBHBIN KYPCOBOW MPUEM aHTUOKCMAAHTOB
(ceneHa, UMHKa, BUTaM1Ha C, BUTaMnHa E*,
pecBepaTposia, acCTakCaHTMHOB*, PIopeTrHa,
YOUXMHOMa, AHTapPHOWM KUCOThI U Ap.) B BUuae BAL k
nmie*. O6cnenyeMomMy MOXHO YBENUYNTL B paLioHe
KOMMYECTBO MPOAYKTOB, 60OraThiX aHTUOKCUMOAHTaMM:
YyMoTPedSTb LWWMMOBHUK, K/TIOKBY, YePHOCMB, 3€MEHbIN
Yal, BUHOrpaA, rpaHaT, S0/10KM C KOXXYPOM, YEPHUKY,
VMMOUPb, CMELMK B MPeaeniax CyTOYHOM MOTPebHOCTU ™.
Obcnenyembit MOXET yNoTpebATb MSCO,
MPUroTOBMEHHOE Ha rpuse, KOCTpe 1 CKOBOPOae, HO
pEKOMEHOYETCS Pa3HO0bpPa3nTb Criocobbl
MPUroTOBMEHUS, OTAABasA MPEANOYTEHVE BaPEHBIM U
TyLEeHbIM BrtoaaM.

O6cnenyeMoMy MOXET BblTb MOIE3HO
cOaTb aHanM3bl Ha cogep>kaHue
crepyowyx sewecTs: 8-OH-
OE30KCUIyaHO3MHa — B KPOBU 1 MOYe,
MafloHOBOIrO Auanbaernaa - B KpoBu™.

* Heobxooymma KOHCYyIbTauma Bpada - crneunanmncTa

MepcoHanbHbin OHK-oTyeT: PDO962 104



AKTUBHOCTb
rMyTaTUoOHNepokKcuaasbl

Nccnepnyemble reHbl

Koampyet myTaTmonepoKcuaasy 1, KaTammamnpyioliyo BOCCTaHOBIEHME
GPX1 nepekumcy sogopoaa (H202) 1 opraHuyeckix nepekmncelt 4o Boabl Wm

COOTBETCTBYIOLMX CIMPTOB. DTOT hEpMEHT MPOAYLIMPYETCA MNOUTK

BO BCeX TUMax K/ETOK, 3alMLEs UX OT OKUC/MTENbHbIX areHToB.

OnpepeneHHble NoMMopdr3mbl B reHe GPXT cBA3aHbl CO CHVKEHWEM

aKTVBHOCTU MMyTaTMOHMEPOKCUAA3bI 1, UTO MOBbILIAET PUCK Pa3BUTIA

OKMCTMTENbHOMO CTPECCa M pAfa COMyTCTBYIOLMX eMy 3a60/1eBaHNM.

Pe3ynbTaT reHeTUu4ecKkoro
aHanmsa

O

leH Monnumopdpusm FeHoTVIn YacTtoTa PesynbtaTt S dekT

GPX1 rs1050450 c/T 47% MpenpacnonoXeHHOCTb K YMEPEHHO MOHMNKEHHOM =
aKTUBHOCTU MyTaTUOHMNEPOKCMAA3b |

MmyTtatnonepokcmaasa 1(GPX1) — 310 ognH depMeHTa 3aBUCAT KakK OT FreHeTUYEeCKOoM

13 BaXKHENLWMX YYACTHNKOB aHTUOKCUMOAHTHOM 3alUmThbI MPenpacronOXeHHOCTU, TaK M OT CPELOBbIX GaKTOPOB,

OopraHu3Ma. 3TOT ceneH-3aBUCKMbIV GepMeHT HampuMep, OT 3araca cefneHa B TKaHAX W MOCTYMIeHUS

[Ee3aKTVBMPYET Nepekuchb Bogopoaa (H202) BMTaMMHa E.

Y Pa3fMyHble OpraHnyeckre rmaponepoKcmabl,

BK/IIOYas Nepokcuabl Mnnaos. B kavectse HapyLueHune paboTbl mMyTaTMOHMNEPOKCKaa3bl T MOXeT

BoccTaHoBMUTENs GPX1 Mcnonb3yeT rmyTaTUOH. MrpaTb POSb B PasBUTVM MHOIMMX PACMpPOCTPaHEHHbIX
3ab60neBaHMIN: aTeEPOCKIEPO3a, ULEMMYECKOM 6OEe3HM

TakM 06pa3om, GPXT orpaH1ymMBaeT BpeaHoe cepALa, OHKO3aboneBaHMM, a TakXke aTepoCck/Iepo3a

BO3OenCcTBME Nepekmcer Ha OHK v 6enku, 1 neprdepryeckor HeMmponaTum NMpu CaxapHoOM

MpenoTBPaLlaeT MPOLLECC MEPEKNCHOMO OKMCIEHUS ouabere.

NNMMOO0B. YOOBEHb CUMHTE3a M aKTUBHOCTb 3TOrO

MepcoHanbHbiM JHK-oTueT: PD0962 105



3akioyeHue

AKTUBHOCTb MmMyTaTUOHMNEePOKCHUAa3bl

[eHeTUYeCKMI aHanM3 NokKasar, YTo oﬁcne.qyeMblP'l npeppacnosioXeH K
yMepeHHO CHWXXEHHOWM aKTUBHOCTU rnyTaTMoHnepokcunaasbl 1. Cnerka nosbllleH
PUCK pa3BUTUA OKUCITIUTESIbHOIO CTpeccCa, a TakKXe CBsi3aHHbIX C HUM

naTosiorn4ecKknx npoueccos.

O6cnepoBaHuA

ObcnenyemMoMy pekoMeHayeTcs
rnepuoanyecky caaBaTb OOWMIA aHanmM3
KPOBW, aHa/M3 Ha NIENKOLMTapHYIO
dopmyny 1 Ha CO3, Ha YpPOBEHb [TIKOKO3bI
1 C-peakTnBHOro 6emka B KpoBW, Ha
JMNMAHBIM MPObUIIb KPOBK M OTHOLLEHWE
anoB/anoAl. Tak>ke A58 Hero XenaTesibHO
rnepuoanyecky coaBaTb aHanmM3bl Ha
MapKepbl OKUCMTENbHOIO CTPecca:
Cofep>aHne MasloHOBOro AVanbaernaa,
KoaH3mMa Q10, BuTamMmHoB E 1 C,6eTa-
KapoTuHa, 8-OH-ge3oKcnryaHo3sunHa,

MyTaTMOHa BOCCTAaHOBJIEHHOIO B KpOBM*.

Kpome Toro, obcnegyemomy
PEKOMEHIYETCS OTC/IEXMBATb YPOBEHD
apTepu1anbHOro faBneHus.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauum no npodunakTuke

Y obcrnenyemMoro crierka roBblleH PUCK Pa3BUTUS
OKMCIMTENbHOrO cTpecca. EMy pekoMeHayeTcs He
neperpy>atb aHTUOKCUAAHTHbIE CUCTEMbI OPraHU3Ma:
MO BO3MOXHOCTM OrPaHNY1TbL BO3OENCTBME
TOKCUYECKUMX BELLECTB OKPY>KatoLEW Cpenbl, 0OTKa3aTbCs
OT KYPEHWSI, He 3M10YNOoTPEeO AT ankoronem v nuLlen,
MPWUroTOBMIEHHOW Ha CKOBOPOLE U rpune.
ObcrnenyeMoMy pekoMeHOYyeTCs 3almiaTb KOXY OT
BO34enCcTBUS ysTpaduoneTa. Kpome Toro,
obcrnenyeMoMy pekoMeHOYeTCs MOSHOLEHHO U
pPa3HOOOPa3HO MUTaTbCH, yNOTPeOATh B MALLY
[OCTaTOYHOE KOSIMYECTBO OBOLLEN, DPYKTOB 1
LIeNIbHO3EPHOBbIX, a TakXe MPOAYKTOB, 6oraTbix
ceneHoM v ButammHamn E,C 1 A.Bo3MOXHO
yrnoTpebneHve ceneHa, koaH3anma Q10 1 ButammHoB C n
E B B1Oe 6rmopobasok (Mpyt OTCYTCTBUM
MPOTUBOMOKa3aHUN 1 MO COMMacOBaHMIO CO
crneupanmcToM*). Takxxe obcnenyeMomy pekomMeHayeTcs
noaaep>xaHye HopManbHOro Beca. XXenatenbHa
dum3mnyeckas akTMBHOCTb YMEPEHHOM MHTEHCUMBHOCTY.
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AKTUBHOCTDb KaTana3sbl

UccnepyeMmbie reHbl

DepMeHT KaTasiasa Le3aKTVBMPYET NEPOKCUL BOAOPOAA, KAaTaNM3npys

CAT

peakLMto ero passioxXeHns Ha BOAY W MONeKynsapHbIn kucnopof. feH CAT

3KCMPECCUPYETCH BO MHOMMX TKaHAX OpraHi13Ma, 0COBEeHHO BbICOKMM
YPOBEHb MPOAYKLIMM KaTanasbl XapakTepeH OJ18 MeYeHU 1 XMPOBOIA
TKaHW. OnpeneneHHble MonMMopdU3Mbl B reHe KaTarasbl MprBoasT

K CHIXXEHWIO aKTUBHOCTU hepMeHTa U, KaK CrefcTBUe, K NOBbIWEHHOMY
PUCKY OKUCTMTENBHOMO CTpecca.

Pe3ynbTaT reHeTU4ecKoro

aHaJ1In3a

leH MonuMopopusm FeHoTVn YacToTa

PesynbtaT

CAT rs1001179 G/G 58%

KaTanaza (CAT) — 3TO TeTpaMepHas reM-cofep xallas
oKcuaopenykTasa,Kotopas KaTanmampyeTt
pasfoxeHue nepokcraa sBogopoaa (H202)

Ha KmMcnopof 1 Boay. KaTanasa siBnseTcs OgHUM

13 OCHOBHbIX GEPMEHTOB aHTUOKCUAAHTHOM 3aLyThbI
opraHumaMa. H202 obpasyeTcs Kak MoboYHbIN MPOaYKT
MHOTMX MeTabOoIMUYECKNX peakLii, B TOM Y1Crie Mpu
OKMCIIEHUM XUPHbBIX KUCIOT B MepoKCcrcomMax. 130bITok
nepokKcmaa BoOOpOaa MOXET pearypoBaTh C BaXKHbIMU
KINETOUHbBIMW KOMMOHEHTaMW, paspyLlas OopraHesnbl, v
[EeNCTBOBaTb Kak BHYTPUKIIETOUHAsS CUMHabHast
Mosiekya.

MpU CHUXXEHHOW NMPpoayKLMK KaTanasbl H202
pas3pyLaeTcs HeOoCTaTOYHO 3PDEKTVIBHO, YTO, MPU

MepcoHanbHbin OHK-oTueT: PD0O962

MNpenpacrnonoXeHHOCTb K 3ddeKkTVBHOW paboTe
KaTanasbl

ornpeaeneHHbIX YCoBMSX (Hampyrmep, Mpu BUPYCHOW
MHPEKLMM), MOXET MPUBECTU K COCTOSHUIO
OKUCIUTENBHOrO cTpecca. OKUCMTENbHbIV CTPECC
VIFPAET BaXHYIO POsib B MPOLIECCe CTapeHUs, a Takxe

B pas3BUTUM psifia BO3PACTHbIX 3a001eBaHN
(aTepocknepos, caxapHblii AMabeT, MiieMmyeckas
60one3Hb cepaLa, oHko3aboseBaHus). ECTb JaHHble, YTO
MOHV>KEHHas akTUBHOCTb KaTasla3bl CNocobCTByeT
riocegeHuio BOOC. J1logaMm, MpeapacrosioKeHHbIM

K CHV>XXKEHHOW MPOOYKLMM KaTanasbl, BaXHO
MoOAEPXKMBATb aHTUOKCUAAHTHbBIE CUCTEMbl OpraHM3Ma
015 MpenoTBpalleHus BpeaHbiX ahdekToB 136biTka
H202.
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AKTUBHOCTb KaTasia3bl

3aknoveHue

leHeTMYecKUit aHanM3 nokasarn, uto o6criefyemblit MpeapacrnonoXeH K
a¢pdeKTMBHOMY pacluernnieH o nepekmucu Bogopoaa. Puck passuus
COCTOSIHUSI OKUC/IUTENBHOIO CTPEecca no AaHHOMY MEXaHU3My He MOBbILLEH.

O6cnepoBaHuA

N5 OLEHKU YPOBHS OKUCINTENBHOMO
CTpecca B OpraHuame obcrienyeMomy
MOXHO Ha3HauMTb OBLIMIN aHaIM3 KPOBY,
aHanM3 Ha NeMKoLUTapHYo GopMysy K
CO3, a TakXe aHam3bl Ha MapKepbl
OKUC/IUTESNIbHOIO CTPEecca: CoaepXaHue
MasIoOHOBOIro AManboernna, KosHamma Q10,
BUTaMMHOB E, C, 6eTa-kapoThHa, 8-OH-
0,E30KCUTYaHO3MHA, Iy TaTMOHAa
BOCCTaHOBJIEHHOIO B KPOBU*.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauUumM no npopunakTuke

O6cnenyemMblii MpenpacrnonoxeH K abdekTBHOM
paboTe KaTanasbl. TeM He MeHee faxe npwm
61aroNpUATHOM reHOTUMNE eMy HeXenaTelbHO
rnoaBepraTbCst BO3AEMCTBMIO TOKCUUECKIX
COEOMHEHU OKPY>KatoLLEN Ccpenbl B 6OMbLUMX 033X,
He CTOWT 3/10YMNoTPELNATb KypeHMeM. braronpusaTHb!
rnoAAep aHye HopMarbHOro Beca 1 perynspHasi,
OHAKO He Ype3MepHO MHTEHCKBHAs duramyeckast
aKTUBHOCTb. KeraTenbHO yrnoTpebnaTb B nully 60blie
MPOAYKTOB, boraTbix aHTUOKCKMAAHTaM (B1TaMuHbl C, E,
6eTa-KapOoTUH), CBEXMX GPYKTOB 1 OBOLLEN, MUTb
3eneHbl Yal. [MNpy roToBke 06CnenyeMoMy XenaTebHO
OoThaBaTb NpearnoYTeHne METOAAM BapKM 1 MapOBOWM
06paboTKU, HE 3M0YNOTPED AT MULLEN, KAPEHHOM Ha
cKkoBOpOMe U rpune.
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MeTtabonuam 6unmpybumHa

NccnepyeMbie reHbl

KoavpyeT YOD-rioKypOHUATPaHChepasy, OCHOBHOW GepMeHT,

UGT1A1

OCYLLECTBNSAOLLMM TIHOKYPOHM3ALIMIO OUNMPYOKMHA M HEKOTOPbBIX APYrx

coenmHeHruin.feH UGTIAT akcrnpeccrpyeTcs B OCHOBHOM B MeYeHu.
OnpeneneHHble reHeTnYecke BapuaHTbl, BIMSIOWME Ha MPOAYKLMIO
YO®D-rmoKypoHMa-TpaHchepasbl, ABNSOTCS GakTOPOM purcKa A5
pasBuUTUSa cuHapoma XKunbbepa.

Pe3ynbTaT reHeTUu4ecKkoro

aHaJ1In3a

leH MonuMopopusm FeHoTVn YactoTa

PesynbTaT

UGT1A1 rs8175347 6TA/6TA  46%

BUMMpYBUH — 9TO KOHEYHbIM MPOAYKT KaTabonmama
remMa, MpOCTETNYECKOM MPYMMbl FEMOrIOOUHOB

1 HEKOTOPbIX APYrnX Benkos. HeKOHBbIOrMpOBaHHbIM
(HenpsiMo) BUIMPYBUIH, xerToe rnapodobHoe
COeflHeH e, 0bpasyeTcs Mpu pacrane 3pUTPOLIMTOB.
B kKoMnnekce ¢ 6enkoM nrasmbl KpoBW (arbOyMr1HOM)
OH TPaHCMOPTUPYETCS B MeYeHb, rae noaBepraeTcs
CBA3bIBaAHMIO C [TIIOKYPOHOBOW KMCIOTOM MOA,

nencrtemem depmeHTa YOD-IoKYPOHUITPaHChepasb!.

B pe3ysTaTe 06pa3yeTcst KOHbIOrMPOBaHHbIN
(MpsiMon) BUNMPYBUH — ero pactsopuMast Gopma.
MpoayKTbl AanbHeNero katabomama bunMpyouHa
BbIBOOSATCS 13 OpPraH3Ma Kak KOMMOHEHT XKenym,

a TakXe B HEDOSbLUMX KONMMYECTBaxX C MOYOM.

MepcoHanbHbin OHK-oTueT: PD0O962

MpenpacnonoXeHHOCTb K 3dPeKkTVBHOW paboTe
depmeHTa YOD-mMoKypOHUTPaHCchepasbl

BUMMpYyObuH siBNSieTCs aHTMOKCMOAHTOM, aKLLENMTOPOM
CBOOOAHbIX PaAMKanoB. YMEPEHHO MOBbILLEHHbI
YPOBEHb OUIMPYOUHA B KPOBW CBS3aH CO CHIXXEHHbIM
PUCKOM CepaeYHO-COCYyaMCTbIX 3aboneBaHuin. OgHako
MPY HAKOM/IEHNM B TKAHSAX B BbICOKUX KOHLIEHTPALLMSAX
HEKOHBIOMMPOBaHHbIV BUNMPYOMH MOXET BbI3bIBaTb
TOoKCUYeckue addekTbl. CHapoMoM Xusbepa
(nobpokayecTBeHHas rMNepPoUIMpPYoMHEMNS) — 3TO
HacneacTBeHHas OCOBEHHOCTb ObMeHa BUIMpPyYBUuHa,
KOTOpas MPOSIBIIETCS B YMEPEHHOM MOBbILWEHWM
COAEP>XaHWS ero HEKOHbIOrMPOBaHHOW GOpMbl

B KpOBW.
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MeTtabonnam 6unmpybuHa

MPUYMHOM 3TOrO COCTOSIHWSA SBAETCS CHUXKEHHAs
mpoaykumsa YO®-rmokypoHunTpaHcdepasbl, M3-3a Yero
HEKOHBIOMVMPOBAHHbIN BUNMPYOUH HE MOXET ObITb

CBA3aH B NnevYeHnm n ero ypoBeHb B KPOBM MOBbILaEeTCA.

B Poccun pacnpoctpaHeHHOCTb crHapoma XKubbepa

cocTtasnseT npumepHo 20-50 ciydaes Ha 1000 yeroBek.

My>KUMHbI 6OMEIOT B HECKObKO Pas yalle, YeM
KEHLLWHbI. B BOMbLUMHCTBE C/ly4YaeB eOUHCTBEHHbIM €ro
NMPOoSIBNEHVEM ABMAETCSH YMEPEHHas XeTyXa. Takxke

3aknoyeHue

BO3MOXHbl 60 B XMBOTE, PaCCTPOMCTBA
MMLLEBapeH s, MOBbIWEHHast yTOMISEMOCTb. Kpome Toro,
cMHOPOM Xunbbepa aBnaeTcs GakTopoM prcka
Pa3BUTUS MOYEKaMEHHOM 60Me3HU. NMToMUMO CMHAPOMA
Knnbbepa,y MoBbILEHHOrO YPOBHS BUIMpYybrHa

B KPOBW MOXET OblTb MHOIO MPUYMH, BKITKOYas
BUPYCHbIE U TOKCUUYECKME NOPaKeHNs neveHn. Mpu
HaMM4YU rMNeEPBUIMPYONHEMMU BaXKHO BbISIBUTD

ee NMpUYUnHY.

leHeTUUecKUiA aHanM3 nokasar, Yto o6cnenyemblli NpeapPacnonoXeH K
apdekTMBHOM paboTe pepMeHTa YODP-rnioKypoHunTpaHchepasbl. Husknin

puUcK pasBuUTUSA cuHapoMa Xunbbepa.

O6cnepoBaHuA

MockonbKy y o6crenyemMoro He BbisSiBNiEeHO
rEHETUYECKOM MPenpacrnoioXEHHOCTU K
cnHapoMmy Xunbbepa, mpy OTCYyTCTBUM
CUMIMTOMOB LOMOSIHUTENbHbIE
ob6crenoBaHus He TPedyoTCS.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauumn no npopunakTuke

[MocKosbky Yy 06CrenyeMoro He BbisSiBrieHo
reHeTMYecKom NpeapacrofnioXeHHOCTM K CUHAPOMY
XKunnbbepa, Mpyt NOSBNEHVN MPU3HAKOB XENTYXM emMy
KpaWHe BaXHO HeMeasIeHHO 06paTUTbCS K Bpauy U
MPOWNTK KOMIIieKcHoe obcrienoBaHme OJis BbisBrieHMs
MPUYMH ee BO3HWKHOBEHUS. KenTyxa MOXeT OblTb
CYMMTOMOM MHOTIMX 3ab0o/1eBaHMM, HaNpUMep LMppo3a
rMeYeHu 1 BUPYCHbIX rernaTToB.
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CBouMCTBA

coeauHUTENIbHOU

TKaHW

CoeayHuTeNbHas TKaHb — 3TO rpynna TKaHem

B OpraHmMaMe, OCHOBHbBIMI QYHKLIVISIMUA KOTOPbIX
aBnseTcs noanepxaHne GopMbl Tena, obecrnedeHume
CTPYKTYPHOM LIE/TOCTHOCTU OpraHoB, 3aracaHme

W TPaHCMOPT NMTaTENbHbIX BEWECTB. K 3TUM TKaHsM
OTHOCATCS XPALEBas, XMPOBas 1 KOCTHas TKaHW,

a Takxe KpoBb 1 umda.

CoeomHUTEeNbHas TKaHb NpeacTaBieHa NoYTr BO BCEX
opraHax, 0bpasyst 3HaUUTENbHYIO YaCTb KOXW, CBA3OK,
CYXOXWUINM, KPOBEHOCHbBIX COCYAO0B, MblLLILL

1 NapogoHTa. OHa COCTOUT MaBHbIM OOPa3oM

M3 KNETOK 1 MeXKIeTOYHOro MaTpmkca (MKM),
3arosIHAIOLWEro MPOMEXYTKM Mexay HuMU. MKM
MpeacTaBnseT COO0M TPEXMEPHYIO CETb
BHEK/IETOYHbIX MaKpOMOJIEKY/T, TaKMX KakK GUOPO3HbIE
Benkn (anacTryeckme 1 KONIareHoBble BOTOKHA),
MMVKOMPOTEUHDI W MPOTEOMKaHbl, M obecnedYrBaeT
CTPYKTYPHYHO 1 BUOXVMMYECKYIO MOLOEPXKKY
OKPY>KaIOLLMIX TKaHEW.

MN3BecTHO Bonee 200 HacneOCTBEeHHbIX 3ab01eBaHM
coeauHUTENbHOM TKaHW. YacTb 13 HUX CBSA3aHa

C MyTaLMSMM B reHaX, KoavpyroLLmx 6enkm MKM,
KOTOpble MPMBOOAT K MBMEHEHMSIM CBOWCTB 1 GYHKLIMM
Pa3fINYHbIX CTPYKTYP B OpraHuU3Me: HanprMep, BIUSOT
Ha 3/1aCTUYHOCTb KOX M, CBA30K M KPOBEHOCHbIX
COCyOoB.

MepcoHanbHbin OHK-oTueT: PD0962



Pa3pyLlieHne MeXK1eToO4YHOro
MaTpUKcCa

Nccnepyemble reHbl

feH MMP1 — KkoOMPYET BHYTPUTKAHEBYIO KOJIIareHasy, paspyLwatoLLyto
MMP1 drnbpurAnapHbIi konmareH |11 v Il Tvna 1 HekoTopble Apyrue 6enkiu
MEXK/IETOYHOIrO MaTPUKCa. STOT GEPMEHT MUrpaeT BaxkHENLLYIO POSib
B nognepxaHum romeoctaza MKM KoXu, a TakxKe SABISIETCS OCHOBHOM
METa/IIoNPOTEa30M B TKaHSAX NepuopoHTa. B koxxe MMP1 cnHTe3npyeTcs
dmbpobnactamn 1 kepaTHoumTamn. Mpoaykumsa MMPT B Koxe MoXeT
YBENMUUMBATLCS MOL BO3AENCTBUEM YD-N3NyUYeHUs), ONPEenEneHHbIX
XUMUYECKMX 1 BOCTa/INTENbHbIX areHTOB, a Tak>Ke Mpu BO3PacTHbIX
n3mMeHeHusax. OnpegeneHHble nomMopduamel MMP1 cBga3aHbl
CO CKJIOHHOCTbIO K MEPUOAOHTUTY, @ TakXXe C MOBbILLEHHOW CKOPOCTbIO
NM3K1Ca KOsareHa AepMbl, YTO MOXET CMOCOOCTBOBATL CHUMXKEHWIO
YAPYrOCTU U MIOTHOCTU KOXM, MOABIEHMIO MOPLLVIH.

Pe3ynbTaT reHeTU4YeCKoro
aHanusa o

leH MNonuMopdusm FeHoTVIN YactoTa Pesynbtat SpdekT

MMP1 rs1799750 -/- 26% MpeapacnonoXeHHOCTb K HOPManbHOM MPOAYKLMN n
KonnareHassl MMP1

MepcoHanbHbin OHK-oTueT: PD0O962 12



PaspyLweHne MexKneTouyHoro MaTpumkca

MaTpUKCHble MeTasonpoTeasbl — 3TO CEMENCTBO
LUMHK-3aBNCKUMbIX MPOTEOSTMTUYECKUX CbepMeHTOB,
SBSIOLLMXCS KITIOUEBbIMU perynsTopamm
peMoaenMpoBaHMsa 1 Aerpagauyiv KOMMOHEHTOB
MEXKNETOUHOro MaTprkca (MKM). 2T depMeHTbl
pas3pyLaoT KosiareH, MipoTeoKaHbl Y HEKOTopble
nopyrve coearHeHns. MaTpmkCHble MeTasionpoTeassbl
NIrPatoT KMKOYEBYHO POJIb B MEXK/IETOUHbIX
B3aVIMOLENCTBUSAX, MPOLLeCCax arnonTosa,
npomdepaunm n gndbdepeHumaumm KNeTok.

3aknoveHue

CBoeBpeMeHHas ferpagauns MKM Heobxogmma ans
BOCCTaHOBJIEHUSA U OOHOBEHSA TkKaHen. OgHako
HapyLUeHMe perynaumy paboTbl MaTPUKCHbIX
MeTasonpoTeas MOXET CNOCOOCTBOBATL PA3BUTMIO
nepuoaoHTUTa, apTPUTA, aTEPOCKIEPO3a U APYIrnX
3ab0neBaHuiN. YBenmuyeHe akTMBHOCTW KoJlareHas
B KOXE MOXET MPUBECTM K CHUXEHMIO €e YrNpyrocTm
M MPOYHOCTU, YCKOPEHHOMY CTAPEHUIO KOXM.

[eHeTUUYecKkUIh aHanNM3 nokasarl, YTo o6cnep.yeMb|ﬁ npenpacnosioXeH K
HOpMaﬂbHOﬁ npoaykKuunun KosnareHasbl, YTo CﬂOCOGCTByeT nogaep>XaHuio
roMeocTasa MeXKJ/IeTOYHOro MaTpukKca KOXXu U CoOxXpaHeHUIo ee MexaHNn4eCKnx
cBoMCTB. Puck pa3BnTUAa NepunoaoHTUTa No AaHHOMY MEXaHU3My He NOBbILLEH.

O6cnepoBaHuA

ObcnenyemMoMy XenaTenbHO
NepPMOLMYECKM COABaTb OOLIME aHanM3bl
KPOBM 1 MOYM, MPOBEPSTL NENKOLMTAPHYHO
dopmyny u CO3. Takxxe Mpu
HEOOXOAMMOCTU EMY MOXET ObITb
HasHayeH aHa/m3 Ha ypoBeHb C-
peakTUBHOIo Bernka 1 prbprHoreHa B
KpoBu*.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauumu no npopunakTuke

Obcnenyembit MpenpacronioXeH K HopMarbHOM
NPOAYKLMK KosnareHasbl MMP1,04HaKo ee akTMBHOCTb
Tak>Xe 3aBUCUT OT CPEAOBbIX GakTopoB. /14
rnoaaep>kaHmMsa roMeocTasa AepMarnbHOro MaTprKca
obcrenyeMoMy XeraTerbHO OTKa3aTbCs OT KYpPeHUS U
Mo BO3MOXHOCTM M36eratb BO3LENCTBMS BOSbLUMX [03
TOKCUYHbBIX COeOMHEHMIN OKpYy>Katowen cpeapl. Takxe
eMy XeraTeNlbHO OrpaHUYMBaTb BpeMsi MpebbiBaHUS Ha
CO/HLEe B Nepuoabl HaMbOobLUEN MHTEHCUMBHOCTU YP-
n3nydeHus. ObcnenyemMoMy pekoMeHoyeTcst
MCMOSb30BaHKIE COMHLE3AMTHbBIX KDEMOB, MPUYEM
fyylLlie CoYeTaTb UX C APYrMMU METOOAMU 3al/Tbl OT
yrisTpadmoneTa (HampuMep, HOCUTb WAAMY C LWMPOKMMM
rnonsamn). Mpr BbiIbope KpeMa eMy crieflyeT obpaTtuTb
BHMMaHWE Ha COMHLEe3auTHbIM dakTop cpeacTsa, SPF,
0003HavaWmMiA CTEMEHb ero 3alwmTbl OT YDB-nyyei.
Takxe obcrenyeMoMy peKoMeHOYETCS YyroTpeb STy B
MLLY MPOAYKTbI, 6oraTble aHTUOKCUAAHTAMM:
BuTaMrHamn C 1 E, 6eTa-KapOTUHOM, MoSMGEeHOIaMU.
>KenaTenbHO MCrob30BaHME KOCMETUYECKMX
npenapaToB MECTHOrO AeNCTBMSA (HanpuMep, KpemMoB
015 yX0[a 3a KOXeM), Coaep>Kallyx peTMHOWAbI U
Opyrve aHTMoKCUOaHTbl, anbda- 1 6eTa-
MMAPOKCUKNCIIOTbI MM KUHETUH.
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KonnareH

UccnepyeMbie reHbl

Kopumpyet 6enkoByto Lienb al, BxoasLlyto B COCTaB KoslareHa |. TpoHas
COL1A1 crvpars KosareHa | coctout na asyx alueneit 1 ogHom a2 Lenu.

OnpeneneHHble MoOIMMOPGU3Mbl B 9TOM FreHe CBSA3aHbl C MOBbILWEHEM

MPOAYKLMN a-Lierny KosiareHa, Yto MpUBOAUT K HapYLLUEH WO

COOTHOLLEHVS MeXAy OeNKoBbIMM LIEMSMKM B COCTaBe KOJlareHa

|. MpoayKLMs KonnareHa C HapyLeHHOW CTPYKTYPOW SIBMIIETCS OOHUM

13 GaKTOPOB, MOBbLIWAKWMX BEPOSATHOCTb Pa3BUTKS OCTEONOPO3a.

Pe3ynbTaT reHeTU4ecKoro
aHanusa o

leH MonuMopopusm MeHoTvin YacTtoTa PesynbtaT SdodekT

COL1A1 rs1800012 G/G 67% Mpenpacrono)XeHHOCTb K MPOAYKLIMM KOsiareHa ¢
HOPMASIbHOM CTPYKTYPOW

KonnareHbl — 3TO CeMeNCTBO CTPYKTYPHbIX BE/KoB, KOTOPbl€ MOBbILLAIOT BEPOATHOCTb Pa3BUTUSA
COCTaBNAOWMX OCHOBY COAVHUTENBHOM TKaHW OCTeornopo3a.

1 obecrnevrBatoLLMX ee CTPYKTYPHYIO U MEXaHWYECKYHO

nonaepxky. KonnareHsl GoOpMUPYIOT XapakTepHble B Poccum kaxpas TPeTbs XXEHLLUMHA U KaXKa bl
TPOWHbIE CrMpasnv, COCTOsILLME 13 TpeX BernKoBbIX yeTBepTbIN My>X4lHa B BO3pacTe 50 neT v ctaple
Lienen, n 0bpasytoT HaaMONEKYISPHbIEe CTPYKTYPbI MMEET HN3KYIO MHEPabHYIO MIIOTHOCTb KOCTH,
MEXKIIETOYHOro MaTpumkca. CyLecTByeT 28 TUMOB COOTBETCTBYIOLLYIO AaHHOMY 3a6011eBaH 0. PakTopamm
KonnareHa, Kotopble KognpytoTcsa bonee uem pucKa OJ19 pa3BUTUS OCTEONOPO3a ABMAIOTCA

40 reHamr. OCHOBHbIM TUMOM ABMIFETCH KOJSIareH |, MPVHALIEXHOCTb K eBpONeonaHOW pace,
cocTaBnatowmmn 6onee 90% opraHU4eCcKom Macchl MPYHALIEXHOCTb K XXEHCKOMY MOJTy, CTapLUMM BO3PaCT,
KOCTelr 1 Mpeobriafatowy B KOXE, CyXOXUNAX, paHHSAS MeHoMay3a Yy XeHLWWH. OCTeornopo3 MOXHO
CBsI3Kax U porosuLe. M3BeCTHbI MoNMMopdr3mbl B NMPenoTBPaTUTL C MOMOLLBIO PAHHEN OMarHOCTVKM,
reHax, KOOMPYIOLWMX Liern B COCTaBe KosriareHa | tmna, CBOEBPEMEHHOW MPODUNAKTUKI 1 NIEYEHNS.
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KonnareH

3aknoveHue

leHeTMYecKUit aHanM3 nokasarn, UTo opraHuam obcreqyeMoro
npenpacronoxXeH K NPOAYKLUMU KoJslareHa C HopMasbHOM CTPYKTypoi. Puck
pas3BUTUA OCTeornopo3a Mo faHHOMY MeXaHW3My He MOBbILLIEH.

O6cnepoBaHuA

O6cnenyemMoMy XenaTerbHO
rnepuoanyeck caoaBaTb obLmMe aHam3bl
KPOBM 1 MOYM, aHaIM3bl Ha YPOBHU 25-
rMapoKcuKanbLydepora, MarHus,
dochopa 1 KanbLMSA B CbIBOPOTKE, a TaKXKe
Ha YPOBHM MOJIOBbIX FTOPMOHOB*. Jltogsm
MOXWIOrO BO3PACTa, OCOOEHHO XKEHLLMHAM,
pEKOMEHOYETCS MEPUNOANYECKIN
MpPOXoauTb AEHCUTOMETPUYECKOE
vccrnenoBaHve ans onpeneneHms
MUHEPabHOM MNOTHOCTY KOCTHOWM TKaHM.

MepcoHanbHbin JHK-oTyeT: PDO962

PekoMeHaauuu no npopunakTuke

HecMoTpst Ha BnaronpuUsATHBIN FeHOTMMN, ObCcnenyemMomy
XenaTenbHo cobnoaaTe Mepbl AN MoAAePKaHUS
CTPYKTYpPbl KOCTHOW TKaHW. EMy pekomeHayeTcs no
BO3MOXHOCTW CHU3UTb BO3AENCTBME HA OPraHmn3M
KaHLLEPOreHHbIX areHTOB, OrPaHNYNTL KypeHue m
yroTpebneHme ankorosns. Kpome Toro, HexenaternbHo
3noynoTpedreHmne kode NMpm yCrioBMm HU3KOMN
CKOpPOCTK paboTbl GepMEeHTOB, METAOOIM3VPYHOLWMX
KodbenH. ObcrnenyemMoMy XenaTenbHO MPUAEPKMBATLCS
pPa3HOOBPa3HOro pauyioHa ¢ 4OCTaTOYHO 60/IbLUMM
KOSMYEeCTBOM OBOLLEN, DPYKTOB U LIENbHO3EPHOBbIX
MPOLYKTOB, a Tak>Xe MoaaepKuBaTe HOPMasbHbIM BEC.
BraronpusatHa perynspHasa ¢usmyeckas akTMBHOCTb
YMEPEHHOM MHTEHCUBHOCTU.
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nacTtvH

UccnepyeMbie reHbl

KopmpyeT 6eoKk TpornoanacTH, MpeaWwecTBEHHUK HEPACTBOPMMOrO

ELN

nonmnMepa a/1aCtnHa, KOTOprPI ABNAETCH OOHMM M3 OCHOBHbIX
KOMMOHEHTOB MEXK/IETOYHOIro ManI/IKca.aﬂaCTI/IH nPMOaeT TKaHAaM

3MaCTUYHOCTb M YMPYrocTb. Hanbobluee ero Konm4yecTBO COAEPXMTCS
B KPOBEHOCHbIX COCYAaXx, Terkmnx, KOXe, 3/iacTUUYecKOM Xpsille, CBSA3KaX,
MouyeBOM My3bipe. OnpeneneHHble nommmopduambl B reHe ELN cBsa3aHbl
C HapyLWeHUSMN CTRYKTYPbI M GYHKLMIA ero 6e/KoBOro npoayKTa.

Pe3ynbTaT reHeTU4ecKoro

aHaJ1In3a

leH MonuMopopusm FeHoTVn YacToTa

Pesynbtat

O

AdodekT

ELN rs7787362 c/C 23%

DrBPUNIAPHbBIN BEMOK 3MaCTUH — 3TO OCHOBHOW
KOMMOHEHT 3/1aCTUYECKMX BOJIOKOH, KOTOpble
obecrneymBatoT PacTsKMOCTb U YMNPYroCTb

COEOUMHUTENBHOM TKaHW. TakXe 3MacTuH nrpaet poJib

BblpaxkeHHas npeapacrnosioXXeHHOCTb K
HapYyLUEHHOM MPOAYKLUMM 271aCTUHA

B KJIETOYHOWM aresnn, MMrpaumm 1 nepenade cMrHanos

Mexay knetkamu. MonmmMopdrambl B reHe anacTuHa

CBSi3aHbl C PAOOM HapyLWeHWM COEAMHUTENBHOW TKaHW,

BKJIKOUas MOsIBNEHME CTpUM (PACTsKeK). B yuacTkax

KOXW, MOOBEPXXEHHbIX PACTAXKaM, MDONCXOOUNT NnoTeps

MepcoHanbHbin OHK-oTueT: PD0O962

M HapylweHne CTPYKTYPbl KOJU1lareHOBbIX
M 3NM1aCTUHECKINX BOJTOKOH N NCTOHYEHKE KOXN.

B HauanbHoOM cTagummn CTPUK NPOABNAKOTCA KakK KpaCHble

MOOChI Ha KOXE, MOCTENEHHO OHU MPUoBpeTatoT

dM1oNeToBbIN LBET, a 3aTeM bnegHetoT. Hanbonee yacTo

OHW MOABNAIOTCA Ha XMBOTE, AroauLax, benpax
W rpyau.
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nacTuH

OLeHKM pacnpOCTPaHEHHOCTU CTPUM KONebnoTes
oT 50 no 80%. B o6paszoBaHme CTpUIN BHOCST BKIA
Kak reHeTu4eckme 0CoObEeHHOCTM YeroBeka, Tak

¥ BIMSIHME cpefpl. BepoATHOCTb BO3HUKHOBEHWS
CTPWM MOBbILIAETCS MPU BEPEMEHHOCTU,

B MOLAPOCTKOBOM BO3PACTe, MPW OXMPEHMMN, DE3KOM
Habope Beca, caxapHOM OMabeTe, rOpMOHasTbHbIX
HapyleHnax (Hanpumep, cuHapome KylwmHra). Ctpum
valle BO3HUKAIOT Yy Ntofer ¢ 6o51ee TEMHOM KOXEN.

3aknoyeHue

Takxxe cTpuy Bonee xapakTepHbl A1 XXEHLWWH, YeM A5
My>XUMH. B xooe 6epeMeHHOCTV CTpUM Yalle
BO3HMKAIOT Y MOSIOAbIX XEHLWMH, YeM Y XKEHLMH 6onee
CTapllero Bo3pacTa.

CTpuvn pegKo NprBOASAT K KakM-TIMO0O cepbe3HbIM
MELULIMHCKIM NpobieMaM, CKoOpee 3TO KOCMETUYECK NI
nedekT. CyLlecTByeT MHOrO METOLOB JIEYEHUSI CTPUM,
OfHaKO UX 9OHEKTUBHOCTb HE CIIMLLKOM BbICOKA.

leHeTMYecKUit aHanM3 nokasan, UTo NpoAyKUUs anacTMHa B opraHusme
o6criepyeMoro MoXeT 6blTb 3HAUUTENbHO HapyLueHa. MoBbilweH puck

obpasoBaHusl CTpUN.

O6cnepoBaHuA

Ob6cnenyemMoMy BaxKHO Mepmrogmyeckim
cOaBaTb OBLWME aHanM3bl KPOBU U MOUM,
aHamm3bl Ha CO3, ypoBHM caxapa 1
BUTaMMHa C B KPOBU, YPOBHW FOPMOHOB
(KOPTUKOCTEPOMAOB, MOSIOBbIX 1 FOPMOHOB
LUMTOBMAHOM xenesbl). Mpy 06HapYyXeHWn
PaCTSKEK XenaTesbHO MpoBeneHme
KOMrIEKCHOro 06CienoBaHMs ons
BbISIBIEHWSI OOMOMHNTENBHBIX MPUUYUH UX
BO3HWKHOBEHMUS*.

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauuu no npopunakTuke

[nsa npodurnakT1Km NosiBNeHMs CTpUIi obcnenyemMomy
BaXXHO OrpaHU4YMTb ynoTpebeHne ankorons, MTb
Horblue BoAbl. TakXXe peKoMeHAYeTCA NoAAEPKMBATb
MOCTOSIHHbIV BEC. PaLiOH JO/MKeH CoaepxaTb
0OCTaTOYHOE KOMMYECTBO BUTaMMHa C, BO3MOXHO ero
yrnoTpebneHve B dopme 61nogobaBokK Mpy OTCYTCTBUU
MPOTUBOMOKa3aHUN 1 MO COMMacoBaHUIO CO
creypanmcTom*. ObcnenyemMoMy HexxenaTenbHO
3aHMMaTbCs 6OOANBUNANHIOM (UTO MOXET MPWBECTU K
rmnepTpodUM MbilL). [ns npenoTBpalleHns 1 neveHmns
CTPUIN OBCIEAYEMBIN MOXET MCMO/Ib30BaTb KPEMDI,
copepxalye ryanypoHOBYO KMCIOTY, KPEMbI CrienyeT
HaHOCKTb C MaccaxeM. Takxke 4719 YMeHbLIeHNS
MPOSIBEHUS CTPUI 0bCnenyemblii MOXeT
VICMO/b30BaTb Aa3epHYIo Tepanmio. SPPeKTBHOCTb
3aBWCUT OT BWAA MPOLLEAYPbl, CTaaMu CTPUM 1 TUMa
KOXW. BO3MOXHbI MOBOUHbIE 3hdEKTbI, MO3TOMY Takme
nMpoLenypbl MPOBOASATCS CTPOro NoA HaboaeHeM
creyyanmcTa.
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SCTpPOreHb.l

SCTporeHbl — 3TO rpynna CTepoVaHbIX FOPMOHOB, ! : p

VIrPatoLLIMX KIIOUEBYO POSIb B PYHKLIMOHMPOBaHMM
>KEHCKOWM MosoBOw cUCTEMbI. OHM YHaCTBYOT Q

B perynaLym MeHCTPYarnibHOMO LMKIa U CTUMYSIUPYIOT
MNpoMdEPaLMIO KNETOK SHOOMETPUS 1 HEKOTOPbIX
OPYrX TKaHewW.

SCTPOreHb! UrpatoT POsib B 9MOPVOHASIBHOM PasBUTMM
1 GOPMUPOBAHM BTOPUYHDBIX MOSIOBbLIX MPU3HAKOB

MO >KEHCKOMY TUMY BO BPEMS MOSIOBOIO CO3PEBAHMS.
STU rOPMOHbI OKa3bIBalOT BIIVSIHVE U Ha GUBMONOTIO
MY>KCKOIO OpraHn3ma, XOTs Y My>XUMH YPOBEHb
3CTPOreHoB HMxXe. KpoMe TOoro, aCTporeHsbl
BOB/I€YEHbI BO MHOXECTBO MPOLIECCOB, HE CBA3aHHbIX
C PENPOLYKUMEN: CHIKAKOT KOCTHYIO pe3opbumio,
OKa3bIBalOT COCyAopacluMpsioLee OENCTBUE,
YBENMUMBAIOT COAEPKaHMe KosiareHa B Koxe

1 NOALEPXKVBAIOT €€ TOSILUMHY U 3/1aCTUYHOCTb,
YUYaCTBYIOT B perynsauymM pocra BOSoc.

DCTporeHbl peanaytoT CBOU GU3MONOrMHeckme
3ddeKTbI, CBA3bIBAsACH C SAEPHbIMM 3CTPOrEHOBbLIMM
peuenTopamm (ER), KOTOpblE BAVAIOT Ha aKTVBHOCTb
MHO>XeCTBa reHOB. HapylueHe 6anaHca B paboTe
depMeHTOB BOCKHTES3a 3CTPOreHOB ¥ MPOaYKLMM
VX PELEMTOPOB MOXET MPVBOONTL K paay
HebnaronpUATHbIX MOCNEACTBUM 019 OpraHM3Ma.

MepcoHanbHbIn OHK-0TyeT: PDO962 8



CUHTE3 aCTporeHoB

NccnepyeMbie reHbl

KopmpyeT yHVKanbHbIN GepMeEHT apoMaTasy, OCYLLECTB/ISIOLLYHO

CYP19A1

K/TIOUEBYIO CTAAMIO CUHTE3a SCTPOreHOB: MpeBpalleHe rOPMOHOB

aHAPOCTEHOMOHA, TECTOCTEPOHa U 16a-rMaPOKCUTECTOCTEPOHA

B 3CTPOH, 3CTPAAMOIN U 3CTPNO. DTOT PepMeHT OTHOCUTCH

K cynepcemMencTBy Luutoxpoma P-450 1 obnagaet MOHOOKCUIEHa3HOoM
AKTVBHOCTbIO. ApDOMaTa3a 3KCMPECCUPYETCH B rOHaAax, MaLeHTe,
KMPOBOW TKaHW, MO3re, KOXe 1 OPYrUxX opraHax. MI3BeCTHO, YTO Y XKeHLLH
onpeneneHHble nomMMopdr3ambl reHa CYP19AT MoryT npeppacnonaratb

K CHVXXEHHOW MPpOOYKLIMW SCTPOMEHOB U MOBbIWATE PUCK Pa3BUTUS
OB/IbICEHMS MO XXEHCKOMY TUTTY.

Pe3ynbTaT reHeTu4eckoro

aHaJ1IN3a

leH Monmmopdpusm FeHoTvin YacTtoTa

PesynbtaTt

O

SddekT

CYP19A1 rs6493497 G/G 72%

OTCyTCTBYET MPEnpacrnoioXXeHHOCTb K
MOBbILLEHHOMY YPOBHIO 3CTPOreHoB. /151 eHLLMH

[OaHHbIN BapyaHT CBSA3aH C PUCKOM NopeeH/ s
BOJIOC MO XXEHCKOMY TUMY

B opraHm3me venoBeka MpOM3BOAATCS TPV OCHOBHbIX
TWMa 3CTPOreHoB: acTpaanon (E2) n MeHee
BMonornMyeck akTMBHble coeguHeHns — acTpoH (E1)

1 acTpmon (E3). 9CTporeHbl CUHTE3VPYIOTCH Ha OCHOBE
XOnecTepuHa B Lernv GepMeHTaTVIBHbIX PeakLNA.
E1obpasyeTtcs B roHafax, KOXe U XXMPOBOM TKaHM

M3 aHOPOCTEHOMOHA MPY yYacTn pepMeHTa
apomaTasbl. E2 cuHTe3npyeTcs b0 13 3CTpoHa

MepcoHanbHbin OHK-oTueT: PD0O962

BO BHErOHaga bHbIX OpraHax, BK/oYas KOXy
M XXMPOBYIO TKaHb (3TO peakLMs KaTanmanpyeTtcs
depmeHTOM 17-B-rnapokcmcTeponaaermaporeHason),
mMbo NyTeM apoMaTM3aLMm TECTOCTEPOHa apOMaTa3ow.
DCTPUON CUHTE3MPYETCA Ha OCHOBE 3CTPaaMosa,
3CTPOHa 1 16a-rMAPOKCUTECTOCTEPOHA, IMaBHbIM
0bpa3oM, BO BpeMsi 6EpEMEHHOCTU.
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CUHTE3 aCcTporeHoB

HapyweHune npoayKLmMy 3CTPOreHOB MOXET ObITb
CBSI3aHO C PasBUTMEM MHOIOUKCIIEHHbBIX 3ab01eBaH,
BK/IlOUas OCTEONOpO3, HempoaereHepaTVBHbIE,
cepaeyYHO-CoCYMCTbIE U aYyTOVMMMYHHbIE 3ab01eBaHMs,
9HAOMETPUO3, UHCYIMHOPE3NCTEHTHOCTD U OXMPEHME.
KpoMme Toro, y XeHLH HapyLieHme paboTbl apomaTasbl
MOXET MPUBECTM K MOTEPE BOJIOC MO XKEHCKOMY TUMy
(MBXXT). ®a3bl pocTa 1 perpeccuy BOSIOCAHOro
donnmKyna HaxoaoaTcs no BIMSHUEM LUMPOKOrO
CriekTpa ropMOHOB, BKJTKOUas MOSIOBbIE, FOPMOHbI
LUMTOBWAHOM Xenesbl, HAANoOYe4YHUKOB, rmrnodursa

3akoveHue

v annousa. Mpw MBXT npomncxoouT yMeHblueHme dasbl
MoKos 1 yBermyeHre dasbl perpeccuiy BOIOCIHOro
donnmkyna, uTo, Kak Mpasuio, MPUBOAUT

K MOCTENeHHOM 3aMeHe A/MHHbBIX TEPMUHAasIbHbIX BOSIOC
Ha KOPOTKME MYLIKOBbIE, NCTOHYEHMIO BOSIOC MpW
COXpaHeHn GPOHTabHOM MHKK KX pocTa. MNBXT —
3TO Hanbornee pacnpoCTPaHeHHas MpUYHa
BbIMaeHWsl BOSIOC Y XKeHLWH. [JJaHHOe 3aboneBaHme
3aTparvBaeT 6oree 50% XeHLWMH U ero
PacrnpOCTPaHEHHOCTb YBENMUMBAETCS C BO3PACTOM.

leHeTMYeCKU aHanM3 He BbisIBUN Y 06CriefyeMoro npeapacrnosioXXeHHOCTU K
MOBbILEHHOMY YPOBHIO 3CTPOreHOB. [Usl XXEHWWH AaHHbIA BApUAHT CBSA3aH C
PUCKOM MopepeHnsi BOJIOC MO XXEHCKOMY TUMY.

O6cnepoBaHUA

Ob6cnenyeMoMy XenaTernbHO
nepuoanyecky caaBaTb aHanm3bl Ha
YPOBHM TECTOCTEPOHA OOLLEro U
CBOGOAHOrO, AErMapO3MMaHoPOCTEPOH
cynbdata, 17-rmapoKCHUNPOrecTepoHa,
3CTPagvona, MpOrecTePOHa, a Takke
MPOoMakTVHa 1 MOBYIMHA, CBA3bIBALOLLErO
MOJIOBblE FOPMOHbI B KPOBW. [Mpun
BbISIB/IEHW FOPMOHa/IbHOro AncbanaHca
HEoBbXoAMMO OBPaTUTLCS K BpaYy.
[JornonH1TebHO pekoMeHayeTCs
neproguyeck coaBaTb aHamM3bl Ha
YPOBHM FrOPMOHOB WMTOBUOHOW Xenesbl,
BuTaMnHoB C 1 B12, sprokanbuudepora,
deppUTUHaA 1 Xenesa B CbiIBOPOTKE KPOBW.

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauumM no NnpodunakTuke

[na ob6cnenyemoro 61aronpusaTHbIMU OyayT

rnoaAep xaHye HopManbHOro Beca, yMepeHHas
dur3mnyeckast akTMBHOCTb, MOSTHOLLEHHOE U
pa3HOObpasHoe MMTaHUe K orpaHnYeHne
3MOLMOHasbHbIX CTPECCOB. Takke XenaTeslbHO
rnepuoamyecki nocewaTte aHA0KpUHoora. s
NPOGUNAKTUKM MopeneHmns BooC A0MONHUTENbHO
pekoMeHayeTcs yrnoTpebneHme B Ny NPOAYKTOB,
BoraTbIx BUTaM1HaMKM rpynmsl B (ocobeHHo B12 1 B7),D,
E 1 C,a Takxe ceneHoMm, LUHKOM U1 >ene3oM. BoaMoXHO
nx ynotpedneHue B dopme 61ogobaBok (Mo
COrIacoOBaHMIO CO CMNELManMcTOM* 1 C y4eToM
MHOVBUAYaIbHbIX OCOBEHHOCTEN NX YCBOEHUS W
MeTabosmama). MoTeHUmMabHbIM CPeCcTBOM A1
nPodUNaKTUKK AedULMTa SICTPOreHOB MOXET OblTb
YBENMYEHME COAEePXKaHWSA B paLlMOHE GUTOICTPOreHOB
(UX MpenWweCcTBEHHVIKW COAEPXaTCsA B POCTKax
TIOLLEPHbI U KNieBEpa, COe, CeMeHax JibHa, LIeMbHbIX
3epHax nweHuLbl, YeyeBmLe). OaHako AaHHble 06 Ux
MICMO/Ib30BaHUM MPOTUBOPEUMBDI, I BO3MOXH b
HebMaronpmsaTHbIe 3PGEKTbl Ha IHOOKPUHHYIO CUCTEMY.
Tak>ke BaXkHO C OCTOPOXHOCTBIO OTHOCUTBCS K MpUemMy
AHTWOENPECCaHTOB, CTEPOUAHbBIX FOPMOHOB (BK/OYast
rOpMOHasIbHble KOHTPALLEMNTVBbI), aHTUOMOTUKOB. [pw
MosIBNIEHNM MPU3HAKOB MCTOHYEH WS BOSIOC B Mpeaenax
NIOBHO-TEMEHHOM 30HbI, 06CIEAYEMOM BaXKHO
06paTUTLCS K Bpady 415 BbISABMEHWS BO3MOXHbIX
nMpyvUMH. B nepByto ouepeb, crieqyeT NpoBepmTb
HanMuMe aHAOKPUHHbBIX 1 BEreTaTUBHbBIX HapYyLIEeHWM,
3ab0neBaHNM KOXW roSoBbl, 4edULIMTa BUTaMUHOB U
MUHEpParbHbIX BELLECTB, boe3Hen NieBapuUTEbHOrO
TPaKTa, ayTOUMMYHHbIX 1 MHOEKLMOHHbBIX
3aboneBaHnM.
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PeuLenTopbl K 3CTporeHam

NccnepyeMbie reHbl

KoovpyeT saaepHbi pelentop ERB, TpaHCKPUNUMOHHbBIN GakTop,

ESR2

aKTUBUPYEMBIM MPU CBS3bIBaHWMM C 3CTporeHoM. ERB cnHTesnpyeTca

B OCHOBHOM B FOHa[ax, TOSICTOM KULLKE, XMPOBOW TKaHU, B IMMYHHOM,
CepaeyYHO-COCYANCTOM U HEPBHOM CUCTEME, KOXE, @ TakXKe B KneTkax
BOJIOCAHOrO GOMMKYa.

Yepes peuentop ERB acTporeHbl MpossnstoT adPexTbl, CBA3AHHbIE
C paboTow roHag, 3alTON cepaeYHO-COCYaNCTOM, LLIeHTPaslbHOM
HepBHOVI 4 I/IMMyHHOI;I cucTeM. bbino MOKa3aHO,YTO Yy XeHLWWH
orpeneneHHble BapraHTbl reHa ESR2 cBA3aHbl CO CHUXEHHOW
UYBCTBUTENBHOCTbBIO K 3CTPOreHaM 1 CKITOHHOCTbBIO K OB/IbICEHMIO
MO XXEHCKOMY TUMY.

Pe3ynbTaT reHeTUu4ecKkoro

aHaJ1In3a

leH MonuMopopusm FeHoTVn YactoTa

PesynbTaT

O

AdodekT

ESR2 rs10137185 c/C 72%

OTCyTCTBYET MPEOPacroioXEHHOCTb K
MOBbILLEHHOM YYBCTBUTENMBHOCTU K 3CTpOreHam. Y

>KEHLLMH MOBbILLEH PUCK Pa3BUTUSI OBJIbICEHNS MO
SKEHCKOMY TUMY

duzumonormnyeckme PyHKLMM 3CTPOreHOB B OCHOBHOM
MPOSBASIOTCH Yepe3 SAepHble 3CTPOreHoBble
peuenTopbl (ER), ERST 1 ERS2. Ix 6enkoBble MpoayKTbl
KOHTPO/MPYIOT K/koueBble GU3MOIormyeckme
MpoLLecChl: paboTy PENPOLYKTVUBHOM, CKENETHOM,
CcepaeyYHO-CoCyAMCTOM U LieHTParlbHOM HEPBHOM
CUCTEMBI.

CylecTByeT Takxe byHKLMOHanbHasa pasHuLLa Mexay
peLenTopamm, MPUBOASALLASA K BbICOKO BaprabesbHbIM

MepcoHanbHbin OHK-oTueT: PD0962

M faxe KOHTPaCTHbIM addekTaM 3CTPOreHOB B Pa3HbIX
TKaHsax. ERa, npoaykT reHa ERST, nrpaet 6onee
3aMETHYIO POJSIb B COXPaHEHUM 1 NOAOEPKaHNM
CTPYKTYPbl KOCTEN 1 perynsumm obmeHa BellecTs. ERB,
KoavpyeMmbii reHoM ERS2, okasbiBaeT 6onee rmybokoe
BVSIHVE Ha LIEHTPanbHY HEPBHYIO U UMMYHHYIO
cucTembl. Kpome Toro, ERB onocpenyet abdekT
3CTPOreHOB Ha POCT BOSIOC M MOXET y4aCTBOBaTb

B Pa3BUTUM OBJIbICEHUS MO XXEHCKOMY TUrY.

121



PevenTopbl K acTporeHam

3aknoveHue

leHeTMYeCKUit aHanM3 He BbisIBUN Y o6crienyeMoi NpeapacrosioXXeHHOCTU K
MOBbILLEHHON YYBCTBUTENBHOCTU K SCTPOreHaM. He BbisiB/IeH NP OTEKTUBHbINA
daKTop CHUXEHUs1 pUCcKa NoTepu BOJIOC.

O6cnepoBaHuA

Ob6cnenyemMoMy xenaTerbHO
rneprogu4yeck caoaBaTb ObLye aHam3bl
KPOBU 1 MOYU, aHaNM3bl Ha YPOBHM
3CTpPagmorna, NporectepoHa, 17-
rMAPOKCUMPOrecTEPOHa, TECTOCTEPOHA
obLero 1 cBo6o04HOrO,
OEernopoanMaHopoCTePOH-CybdaTa, a
TaK>Xe MPOsakTMHa 1 MoBYNMHa,
CBSI3bIBaOLLEro MosI0Bble FOPMOHbI. [Mpu
BbISIB/IEHVM FOPMOHaNbHOro gucbanaHca
eMy HEODBXOOMMO 0BPaTUTLCS K BpaYy.
YKeHWwmHaM onoMHUTENBHO
peKoMeHOYyeTCS MeEPUOANYECKM CAaBaTb
aHanM3bl Ha YPOBHW FOPMOHOB

LM TOBUOHOW »enesbl, BTaMmHoB C 1 B12,
aprokanbumbepona, peppuUTrHa 1 Xenesa
B CbIBOPOTKE KPOBWI.

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaaUumM no npopunakTuke

Mockosbky ob6crenyemblii MpenpacronoxeH K
HOPMasIbHOWM YyBCTBUTENMbHOCTY K 3CTPOreHaMm, emy
>XenaTenbHO CrefoBaTh OOLWWM peKoMeHa4aLUMsaM O1s
rnoaaep>kaHmMsa ropMoHanbHOro banaHca: BeCTu
3[0POBbIV 06Pa3 XM3HU, MOSTHOLLEHHO MNTaTbCS,
OrpaHMYMBaTb 3MOLIMOHAasbHbIN cTpecc. s
MPOPUIAKTVKM BblMaAEHMS BOSIOC XKEHLIMHAM
OOMOSHNTENBHO PEKOMEHOYETCS YNOTPEOIATb B MALLY
60/blLle MPOAYKTOB, boraTbix BUTaM1HaM rpynnbl B
(ocobeHHo B12 1 B7),ButammHamn D, E 1 C,a Takxe
>ENe3oM, CeNeHOM U LIMHKOM. BO3MOXHO 1X
yroTpebreHe B BUae 6Moaob6aBokK (Mo CornacoBaHmio
CO CreLmanMcToM® 1 C YYETOM MHAOVBVAOYASbHbIX
OCOBEHHOCTEN UX YCBOEHUS M MeETabonM3Ma). MNpun
MOSIBSIEHVU MPU3HAKOB MCTOHYEHKSt BOSIOC B Mpeneniax
NIOOHO-TEMEHHOWM 30HbI 0OCNEnYEMOMN BaXKHO
00paTUTbCS K Bpady A5 BbIIBMIEHUS BO3MOXHbIX
MPUYMH.
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MeTabonmsm
HeMpomMegmuaTopoB

MOHOaMWHbI, TakVe Kak CepPOTOHMH, AOdaMUH

VI HOPaOPEHANVH, UMPatoT BaXKHYKO POSib B PEMYISLMM
HaCTpoeHVst 1 noBeneHst. MoOHOaMKHbI ABMSKOTCS
HEeWPOTPaAHCMUT TEpaMU 1 CUHTE3VPYIOTCS

B CMNEeUMM3MpOBaHHbIX HeMpoHax. CKonneHus
CEPOTOHMHOBbIX HEMPOHOB pacriofaratoTcs B aapax
wea (raphe nuclei) n ctBone moara (brain-stem),

0O0PaMMHOBBIX B YepHOW CybCcTaHLMM (substantia nigra)

W BEHTparnbHO-TerMeHTanbHowm 3oHe (ventral-
tegmental area, VTA) 1 HOpagpeHanHOBbIE B CTBOJIE
Moa3ra (brain-stem).

[ercTBure aTX HEMPOHOB peann3yeTcst B CTPYKTYpax
Mo3ra (rMnnokKamr, Kopa v MUHOAMHbI), CBSA3aHHbIX

C aMOUMSMU U MaMaTbio. [JodaMUH MrpaeT KITtoYeBYHO
POJIb B MpOoLECCax MOTVBALMY, YAOBObCTBUS

1 3MOLOHASTbHBIX PeaKUMAX, CEPOTOHVH TaBHbIM
06pa3oM CBSA3aH C CoLManbHbIM MOBEAEHNEM,
aMoums M. HopagpeHarivH y4acTBYET B MpoLIeccax
3MOLMOHaNBHOIO BO30Y>XXAEHWIS, arPECCHBHOCT .
BanaHc aTVX MEOMaTOPOB BaXeH /15 MPaBUIbHOMO
COOTHOLLEHMST BO3OY>KAAIOLLMX 1 TOPMO3HbIX CETEW,
UTO HEOOXOOVMO AN OOYYEHUS, MaMAT U APYrX
KOFHUTVBHbBIX QYHKLIAN.

Borbluyto posib B MO3re TakKe MrpatoT HUKOTUMHOBbIE
peLenTopbl, y4acTBYIOLLME B Nepenadn CUrHamoB
MeXay HeMpOHaMK 1 CUMHaNOB HEMPOH-MblLLIEYHaS
KneTka. HeMpomeamaTop, KOTOPbIN aKTVBUPYET 3TU
peLenTopbl — aLeTUNXoIVH. Takke 3TW peLenTopb!
CBS13bIBAOTCH C 3K30MeHHbIM CyOCTpaToOM —
HVKOTWHOM. 3a CHET 3TOro CBOWMCTBa GOopMMpYeTCs
HUKOTMHOBAs 3aBMCMMOCTb Y Sltodew, MOTPeOoALLIMX
HUKOTUH-CcoaepXXalluye 3nenms.

MepcoHanbHbIn OHK-oTyeT: PDO962
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CepoTOHMHOBAaA cUMcTeMa

UccnepyeMbie reHbl

5-HTT

HTR1A

MAOA

MepcoHanbHbin OHK-oTueT: PD0O962

KoovpyeT TpaHCcMeMbpaHHbIN 6e0K, KOTOPbI OTBEYAET 3@ TPAHCMOPT
CEPOTOHMHA N3 CUHAMTUYECKOW Wen 0BpaTHO B MPeCcrHanTUYecKyo
TEpPMUHab HEMPOHa A1 MOBTOPHOIO UCMOSb30BaHUS. [eneums

B MPOMOTOPHOM pervoHe (5-HTTLPR) mprBOaUT K TPEXKPaTHOMY
CHUXKEHUIO 3KCMpeccum reHa. MirpaeT KtoueByto posib B 3MOLIMOHA IbHOM
1 MOBEOEHYECKOW perynsaumm.

DTOT reH KOOUPYET peLerntop cepoToHUHa 1-ro Tuna. CepoTOHUH
y4yacTBYET B psae GPU3MOMormyecKmx mpoLecCoB M MaTOMOMMYeCcKImMX
cocTosaAHMI. 3ameHa C Ha G B monoxeHun —1019 (rs6295) nprBoanT
K HapYLLUEHWIO CBSA3bIBaHMS C TPaHCKPUMLMOHHbBIM dpakTopom Deaf-1
M CHUXKEHUIO YPOBHS TPaHCKPUNLMU reHa. MI3aMeHeHre MnoTHOCTM
pacripefeneHys 3Toro peLenTopa CBA3aHO C HapyLWEeHWEM

B 3MOLIMOHAMbHOM U MOBEOEHYECKOW perysaLmm.

MoHoaMrHoOKCKAa3a A KOAMPYET MUTOXOHOPUANbHBIN GEepMEHT,
YyYacTBYOWMK B MPOLIECCE OKUCTNTENBHOIO Ae3aMVHVPOBaHMS
MOHOAaMMHOB, TaKMX Kak CEPOTOHUH, HopaapeHaiH 1 odaMmH. 3amMeHa
T Ha C B 8 5k30HE 3TOr0 reHa NpuBOAUT K MOBbILUEHIO aKTUBHOCTU
depMeHTa 1, CnepoBaTebHO, YMEHbLUEH IO KOMMYECTBa
HEMpOTPaHCMNTTEPOB. MyTaLMK B 3TOM MreHe MOryT MprBeCTr

K PasfiMyHbIM MCHUXO3IMOLIMOHABHbBIM U KOFHWUTVIBHBIM HapYLUEHMSAM,
Hampumep, cCMHAPOM BpyHHepa.
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CepOTOHMHOBAaA cUCTEMa

Pe3ynbTaT reHeTU4YeCKoro

aHaJ1IN3a

O

leH MonuMopopusm MeHoTVIn YacTtoTa Pesynbtat SddekT
5-HTT rs2129785, L/S 56% CHUKEHME 3KCMPeCccum TpaHcnopTepa 06paTHOro =
rs11867581 3axBaTa CepOTOHMHa

HTR1A rs6295 G/G 20% Hu13Kas NNOTHOCTb pacrpeneneHus ==
CEpPOTOHMHOBOrO peLiertopa 1A, UTo MPUBOANT K
BbIPaXXEHHOMY CHIUKEHIIO CKOPOCTM
CUHaMTNYeCKOM nepenaym

MAOA rs6323 /T 60% DYHKLMOHasbHasi akTMBHOCTb GpepMeHTa

MOHOaMMHOKCMOA3bl A B HOPME, YTO obecrneynBaeT

YMEpPEHHbIM YpOBEHb Aerpadaumm CepoTOHNHA

CepOTOHWH ABISIETCS OAHMUM U3 KITOYEBbIX
HelpoMedMaToOPOB FOMIOBHOMO Mo3ara. OH Takxe
BbIMOHAET POJb FOPMOHA Ha nepudepnn, perynmpys
CEKPETOPHYIO I MOTOPHYIO QYHKLMIO XeryA0UHO-
KULLEYHOrO TpakTa, perysmpyeT rMpoLecchl
CBEPTbIBAEMOCTM KPOBU W [aXe BOBMEYEH B MPOLLeCChl
6011eBOM YyBCTBUTENBHOCTM.

3akioyeHue

B ronoBHOM MO3re CEPOTOHWH OTBETCTBEHEH, [MaBHbIM
06pa3oM, 3a Hall SMOLIMOHAasbHbIN CTaTyC, coLMmanbHoe
noseneHue. NMoM1MO 3TOro, OH B3alMOLENCTBYET

C ApYyrM1 HeMpoMeomaTopamm, TakUMKM Kak JoPaMmH
¥ HOpafpeHanMH. HeoocTaTok CEPOTOHKMHA — MPUYMHA
anaTUii, MOBbILLEHHOM TPEBOXHOCTY W OEMPEeCcCUm.

B 0aHHOM pasferne Mbl pacCCMOTPUM FreHeTuYeckmne
BapMaHTbl B 3 OCHOBHbIX FreHax CEPOTOHMHOBOM
CUCTEMBI.

Y o6cnenyemMoro BbisiB/ieHa MPeApPacrosioXeHHOCTb K YMEPEHHOMY YPOBHIO
aKTMBHOCTU CEPOTOHWHOBOW CUCTEMbI. 3TO 06ecrneunBaeT yMepeHHblli YpOBEHb
YCTOMUMBOCTU K NMCUXO3MOLIMOHaNbHBIM HapyLIEHUAM. MpucyTcTeyeT
YMepeHHbIA PUCK pa3BUTUS OEMPECCUBHBIX COCTOSIHUIA, BO3MOXEH
MOBbILLEHHbIN YPOBEHb TPEBOXHOCTU, 0CO6EHHO B YCNOBUSIX CTpecca.

MepcoHanbHbin OHK-oTueT: PD0962
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CepOTOHMHOBAaA cUCTEMa

O6cnepoBaHUA

>KenaTenbHo Ha3HauuTb 06CcenyeMomy
aHanM3 CEPOTOHMHA B CbIBOPOTKE KPOBW*.
O6crenyeMoMy xenaTeneH NoHOLEHHbIN
HOYHOW COH (7-8 YacoB), BaXXHO JIOXMTbCS
craTb B O4HO W TO e BpeMmsi. Ecnv oH He
MOXET 3aCHYTb, EMy MOXHO MOCOBETOBAaTbH
MPUHSITb PacCrabnstoLLyto BaHHY, BbIMUTb
TPaBAHOM Yal. He pekomeHayeTca 6paTb ¢
cobow B mocTenb TenedoH 1 apyrue
rag>KeTbl, B CMasibHE OO/KHO ObITb TEMHO M
TUXO. TakXXe MPU TPYAHOCTSX CO CHOM
obcrnenyeMoMy MOryT 6biTb Ha3HaYeHbl
BUTaMUHbI Fpynnbl B, npenapaTbl MarHus, 5-
HTP*.

* Heobxooymma KOHCYyIbTauma Bpada - crneunanncTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauuKM no NnpodunakTuke

Ob6cnenyeMoMmy xenaTenbHO YBENMYUTL noTpedbneHme
MPOAYKTOB, boraThix NPeaWecTBEHHKaMM
CEPOTOHWHA: Pa3/IMYHbIX BUOOB Cbipa, OPEXOB (
MUHOASb, KELbLO), 6060BbIX KybTyp (bacosb, YeueBmLia,
coeBble 606bl), 6enoro Msaca (KypuLa, KpovK, MHOenKa).
PekoMeHpyeTcs orpaHuyYnTL NoTpedbneHune Cragkoro,
4TOObI MPEenOTBPaTUTL MCUYEpnaHMe 3aracoB
CEPOTOHMHa B MO3re. EMy xenaTenbHo Yalle
HaXO4MTbCS Ha APKOM CONTHEYHOM CBETY U CBEXEM
BO34yXe. 3TO OOMH 13 [OKa3aHHbIX CMoCcob0oB
YBEMMUEHWST YDOBHSI CEPOTOHMHA. XKenaTenbHo
orpaHu14nTbL BO3LENCTBME HEMoro cBeTa B BevepHee
BpPEMS CYTOK, B TOM YMCTIe OT 3KpaHa KOMrbroTepa 1
cMapTdOHa. ApKUIA CBET MPENSTCTBYET BbipaboTKe
MefaToOHMHa - FOPMOHa CHa, YTO MeLLaeT
BOCCTaHOB/EHWIO MO3ra. [JeCcTBeHHasa cTpaTerus ons
YBEMMUYEHMS 3aMacoB CEPOTOHKHA - dU3nUecKme
YrpaXHeHUs, 0COBEHHO CUIIOBbIE M UHTEPBabHble
Harpysku. [IB1raTenbHas akTUBHOCTb YBE/IMUMBAET
CUHTE3 CEPOTOHMHA U YIyYLLAET HAaCTPOEHME.
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JodamMmnHoBas cucteMa

UccnepyeMmbie reHbl

Kopumpyet peuentop godammHa 2-ro tuna. JodamnH sensetcs

DRD2 HEMPOMEOMATOPOM W OCYLIECTBIISET Mepenady MMMyIbCOB MEXIy
HEeMPOHaMM, y4acTBYET B BUOXMMNYECKOM ObecreyeH i MpoLLEeccoB,
NMPOTEKAOWMX B LIeHTPaslbHOM HEPBHOWM CUCTEME, U PErYTMPYHOT Kak
6a30Bble HaBblKK (MPVEM MMLLK, n3BeraHmne OnacHOCTH, MO/IOBOE
rnoBegeHve), Tak 1 BbiCVe MO3roBble GyHKLMK (MOTUBALLMS, ODyYeHMe,
namsiTb, BHMMaHKeE). rs1800497 B 3HXaHCEPHOM palioHe reHa NprBoOaNT
K CHVXXEHUIO SKCMPECCUn reHa.

KoompyeT TpaHcropTep fLodamMviHa, KOTOPbIM 06ecrevvBaeT ero
DAT1 06paTHbIN 3aXBaT U3 CUHAMTUYECKOM LUEMM. CHUXEHME KOMMUYecTsa
STOro TPAHCMOPTEPa MPMBOAMT K CHUXEHMIO YPOBHS AObaMVHa, UTO
B CBOIO OUepefb CBA3AHO C PUCKOM PasBUTUS MCUXNYECKMX
1 KOFHUTUBHBIX HAPYLUEHWM. [POMOTOPHbIN PErMOH FreHa COAEPXIT
rnofmmMopdHoe Ynco (3-11 Konmim) TaHOEMHbIX MOBTOPOB Mo 40 MH,
KOMMYECTBO KOTOPbIX BIMSET Ha 9QPEKTMBHOCTb TpaHCsaLmmn MPHK
reHa.

KaTexon-O-mMeTtuntpaHchepasa kaTanmampyeT nepenady MeTUIbHOM
CcCOMT rpynnbl ¢ S-ageHo3UIMETUOHA Ha KaTeXOMaMUHBbI, Tak/e Kak AodaMyH,

HOopaApeHavH 1 agpeHanvH. MeTumpoBaHe 3TUX aMUHOB MPUBOOUT

K mocremytowen nx gerpafauym, 4to UrpaeT KIIloYeByo porib

B MpoLeccax aMoumm 1 mamMsatu. Monmmopodmnam rs4680 nameHseT

TEPMOCTabUNbHOCTb GepMeHTa, MPUBOAS K CHUXXEHWIO aKTUBHOCTU

depmeHTa Ha 40% y HocuTenen A annens.

MepcoHanbHbin OHK-oTueT: PD0962 127



JodaMmHoBasa cuctema

Pe3ynbTaT reHeTU4eckoro

aHaJ1n3a

leH MonuMopopusm MeHoTVIN YacTtoTa Pesynbtat SddekT

DRD2 rs1800497 G/G 67% HopMarnbHasi MOTHOCTb pacrpeaeneHus
peLierTopa AodamuHa 2-ro TvMa, uTo obecneunBaeT
YMEPEHHYIO UyBCTBUTENBbHOCTb KIETKM K AObaMUHY

DAT1 rs27072 c/C 69% HopMarbHbIi YpOBEHb 3KCMpeccuy TpaHcropTepa
06paTHOro 3axBaTa AodaMIHa, MUHUMa bHas
roTeps HeMpomearaTopa

COMT rs4680 A/A 26% BblpakeHHOe CHuxeHVe GYHKLMOHaNbHOM

,D,Od)aMVIH,TaK Ke KakK 1 CeEPOTOHUH, UrpaeT MHOXEeCTBO

dYHKLUMIA B HalleM opraHuamMe. B rofioBHOM Moare

OH BbIMOSHSIET POJIb HEMPOMELAMATOPA, B TO e BpeMs
Ha nepurdepun OencTByeT Kak rOpMoH. B kauecTse
rOpMOHa OKa3bIBaET BIMSHME Ha MOTOPHYHO

1 CEKPETOPHYIO DYHKLIMIO XeNyAoUYHO-KMLWEYHOr O
TpakTa, OKa3blBaeT BIMAHME Ha KPOBAHOE AaBreHMe.

B ro/loBHOM MO3re OH OTBeYaEeT 3a TakMe
XaPaKTEPUCTUKM, KaK KOHLEHTPaL M BHUMaHKS,

3aknoveHue

aKTMBHOCTW depMeHTa KaTexos-O-
MeTuTpaHcdepasbl, HM3Kas CKOPOCTb AerpadaLmm
nodammHa

pazfiM4yHble BNObl MAaMATU, aHaIMTUHeCKne

CMOCOBOHOCTUN. AKTUBHOCTb JOPAMUHOBOWM CUCTEMBI

VIPaEeT POSb B CTPEMIEHWNM K MOWCKY HOBU3HbI,

CTpeMreHnn noyyunTb Harpany. CHMXeHMe aKTUBHOCTU

0ODaMUHOBOWM CUCTEMbI MPUBOANT

K HeyOOBNETBOPEHHOCTU, CHMXXEHNIO KOMHUTUBHbIX

CrocobHoCTen, cn HOPOMY HeOOCTaTKa

BO3HarpaxgeHus. B naHHOM paznene Mbl pacCMOTPUM

reHeTMYeckme BapmaHTbl B 3 OCHOBHbIX MreHax
0O0PaMUHOBOWN CUCTEMDI.

Y o6cnefyeMoro BbisiB/ieHa MPeApPacrosioXeHHOCTb K BbICOKOW aKTUBHOCTU
BodaMUHOBOM CUCTEMbI. 3TO CMOCO6CTBYET CHUXXEHUIO pUCKa pa3BUTUS
CcMHOpOMa HepoCTaTKa Bo3HarpaxaeHus. BeposiTHo, eMy CBOMCTBEHHO
MCrbITbIBaTb COCTOSIHWE BbICOKOM MOTUBALIMM.

MepcoHanbHbin OHK-oTyeT: PDO962
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JodaMmHoBada cuctema

PekoMeHaauumM no NnpodunakTuke

Y obcrnenyemMoro HeT HeobXoOMMOCTY YBEMUMBATD
OGCJ'IGAOBaH nda noTpebrneHne NpoayKTOB, boraTbix
npenwecTBeHHMKaM1 godammHa. EMy 0OCTaTOUHO
nUTaTbCs cOaNaHCMPOBaHHO W YNOTPeOSTb Takme
NPOAYKTbI B Mpefenax CyToYHOW NoTpebHOCTH,
BBOOWTb B PaLMOH YeueBmLLY, MU HEOOXOAMMOCTI —
crpynmHy B Buae BAL*. Takxe npy HEOOXOAMMOCTU
obcrnenyeMoMy MOryT OblTb Ha3HaYeHbI
OOMOSTHNTENBHBIN MPUEM BUTAMUHHO-MUHEPaSbHbIX
KOMM/IEKCOB C BUTaMUHaMM rpyMnbl B, BUTammHoM C,
LIMHKOM W1 MarHmeMm, L-kapHO3WH, a ecrivt oH
NPUOEPXKMBAETCS BEreTapraHCTBa, TO XernaTerbHO
LOMONHNTENBHO MPUHKMaTb aMUHOKUCTIOTbI TMPO3UH,
deHunanaHnH*. Mpy HeobxooMMoCTV BaronPUATHO
OCBOEHME TEXHWMK MeauTaLMn 11 OCO3HaHHOCTU.

Ob6cnenyeMoMy He CTOUT 3abbiBaTb O
BaX>XHOCTW MOSHOLIEHHOrO OTAbIXa, CHa
NMPOOOIKUTENBHOCTBIO HE MeHee 6 YacoB B
CyTKMN. Mpn HEOHBXOOANMOCTN BOZMOXHO
Ha3HaJeHWe eMy aHanmM3a Ha godaMnH*.

* Heobxooymma KOHCYyIbTauya Bpada - crneunanmncTa
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HopapgpeHannMHoBast cUCTeMa

UccnepyeMmbie reHbl

NET

ADRA2A

COMT

MepcoHanbHbin OHK-oTueT: PD0O962

KoompyeT TpaHCMeMOpaHHbIM 6enoK, KOTOPbIN OTBEYAET 3a TPaHCMOPT
HopagpeHaMHa 13 CUHaMNTUYECKOW Wen obpaTHO

B MPpecrHanTMyeckyto TepM1Harb HEMPOHa A1 MOBTOPHOrO
MCMONb30BaHWs. HopagpeHamH MrpaeT onpenensioLLyto posb

B VICMOSIHUTENbHbBIX GYHKLMSAX, PEMYNALMM KOTHUTUBHbBIX GYHKLNIM,
MOTWBaALMIN N MHTennekTe. 3aMeHa T Ha C B MPOMOTOPHOM PEryioHe 3Toro
reHa NMpUBOAUT K CHUXKEHUIO ero aKCMpeccui.

Pevierrop kK agpeHannHy 2A. KoomMpyeT peLenTop K agpeHarmHuy 2A,
KOTOPbIM UIMPAET peLLatoLLyO POSb B peryrisiLmm MetabonmamMa
HOopagpeHaMHa B aApeHeprmyeckmx HeMpoHax LLeHTPasilbHOM HEPBHOM
cucTembl. MonMMopdr3M B MPOMOTOPHOM perroHe HapywaeTt CpG canT
U MPUBOOUT K YCUNEHWIO SKCMPECCUM MeHa U, CrieaoBaTebHO,

K YBENMMUYEHWIO MIIOTHOCTU peLenTopa.

KaTexon-O-metnnrpaHcdepasa KaTaamamnpyeT nepenaydy MeETUIbHOM
rpynnbl € S-ageHO3UIMETUOHA Ha KaTexoMaMUHBbI, Tak/e Kak odaMyH,
HOpaApeHannH VM agpeHaniH. MeTnnMpoBaHme 3TVX aMVHOB MPYBOOUT
K MocrenytoLwen nx gerpagaumm, 4to UrpaeT KIloYeByo posib

B MpoLieccax amMouunmn 1 namat. Mommmopduam rs4680 nameHsaeT
TEPMOCTabUIBHOCTb GepMEHTa, MPUBOAS K CHUXEHWIO aKTUBHOCTM
depMeHTa Ha 40% y HoCcKTenen A annens.
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HopappeHanuHoBas cucteMa

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1n3a

leH MonuMopopusm MeHoTVIn YacTtoTa Pesynbtat SddekT

NET rs2242446 T 54% HopMarbHbI YpOBeEHb aKCMpeccun TpaHcropTepa
06paTHOro 3axBaTa HopadpeHarHa

ADRA2A rs1800544 c/C 54% YMepeHHast MIOTHOCTb pacripeneneHus
anpeHopeLenTopa 2A, UTo 0becreunBasT CPEAHIO
CKOPOCTb CUHAMTUYECKOM Nepefaum

COMT rs4680 A/A 26% BbipaxeHH0e CHKeHMEe GYHKLIMOHAMbHO

HopanpeHanmH — elle OAUH U3 NpencTaBuTenen
ceMelicTBa MOHOaMUHOB, KOTOPbIN BbipabaTbiBaeTCs B K CHUXKEHWIO 3HEPI U, araTum, HapyLIEHMIO
rOSIOBHOM MO3re 1 B KOPE HafNOYEYHMKOB.
Mepundepuryeckre OencTBna HopagpeHamHa

B KayecTBe ropMoHa CBA3aHbl C perynsaumen
CEPAEYHOro PUTMa U KPOBSHOMO OaB/EHUS.
HopagpeHanmH Kak HelpoMeamaTop oTBeYaeT
3a 600pCTBOBaHME, ABUraTENbHYIO aKTUBHOCTD,

3akoveHue

AKTMBHOCTW depMeHTa KaTtexosn-O-
MeTUITpaHchepasbl MPUBOAUT K HU3KOM CKOPOCTH
nerpagaumy godaMmHa U HopagpeHanHa

SHEPrunto. HepocTaTok HOpadpeHan1Ha npmsoanNT

KOHLUEHTpauln BHUMaHUA.

B maHHOM pasferne Mbl pacCMOTPUM FreHeTnYeckme
BapMaHTbl B 3 OCHOBHbIX reHax HOpaapeHaMHOBOM

CNCTEMDI.

Y o6cnenyeMoro BbisiB/ieHa NPeApacronoXeHHOCTb K BbICOKOMY YPOBHIO
aKTMBHOCTU HOpaApPEeHaIMHOBOWM CUCTEMbI. Bbicokasi akTUBHOCTb
HOpaApeHanMHOBOWM CMCTEMbl 06ecneunBaeT XOpoLWnii YpOBEHb
KOHLLEHTpaLMK BHAMaHUS.

MepcoHanbHbIn OHK-oTyeT: PDO962
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HopappeHanuHoBas cucteMa

PekoMeHaauumM no NnpodunakTuke

Y o6cnenyemMoro HetT HEOBXOANMOCTM YBEMUMBATD
OGC”GAOBGHMH noTpebrieHne MpoayKTOB, CTUMYIMPYIOWMX BbIPabOTKY
HOpaZpeHammHa.

Ob6cnenyeMoMy He CTOUT 3abbiBaTb O
BaXXHOCTW MOSTHOLIEHHOr O OTAbIXa, CHa
MPOAOIKUTENBHOCTBIO HE MeHee 6 YacoB B
CYTKW. 1P HEOH6XOAMMOCT BO3MOXHO
Ha3HaueHVe eMy aHa/M3a Ha
HopafpeHamH*.

* Heobxooyma KOHCYyIbTauya Bpada - crneunanncTa
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[lcnxonormnyeckue

3aBUCUMOCTU

Nccnepnyemble reHbl

KopmpyeT peuentop AodamrHa D2, ToKanM3oBaHHbIN Ha MOBEPXHOCTU

DRD2

0OPaMUHEPrMyYecKUX HEMPOHOB W 3aryCKaloLWLMIM Kackad peakLuin

BHYTPW KNETKW nof, Bo3aencTamem godamrHa. OH BblaenseTcs

B KayecTBe MOOLLpeHMs, MPpW BM3YyaM3aLmm XenaemMoro pesynsraTa, mpu
OOCTUXKEHUWN KaKOM-IMOO LIENA 1 BbI3bIBAET YYBCTBO YAOBOBCTBUS.
MonMop®m3M ceAzaH C pUCKOM GOPMUPOBaHMS 3aBUCKMOCTEN.

Pe3ynbTaT reHeTU4YeCcKoro

aHaJ1IN3a

leH MonuMopopusm MeHoTVIn YacTtoTa

PesynbTaT

O

SddekT

DRD2 rs1800497 G/G 67%

MNcyxonormyeckas 3aBMCMMOCTb — MaToornyeckas
MOTPEOHOCTb B PErynspHOM NMOBTOPEHNM
orpeneneHHbIX AeNCTBMM, KOTOPbIE Bbl3bIBalOT
MHTEHCUBHbIE MPUATHbIE aMOUMK. [pennocbiiikamm
pPasBUTUSA 3aBUCHMOCTU ABMAIOTCA XPOHNYECKUIA
CTPeCC, HEBO3MOXHOCTb M3MEHWNTb CIIOXMBLUYIOCS
HebMaronpUsATHYO CUTYaLMIO, CoLMaribHOe AaBneHme
1 ap. OHa MOXET BO3HVKHYTb OT Ype3MepHOro
YBEYEHUS raf>KeTamu, LIOMMHIOM, paboTom, eqow,
CNafKoW NMILLEN, TOM UM MHOW MO0 I0rnen, BbioTu -
rmpouenypamm, oT ObLLEHWSA C orpenerneHHbIM
UerOBEKOM, yrOTPeDIeHUs ONMpeaeneHHbIX BELECTB
(B YaCTHOCTW, HUKOTMHA, arKOorons), ipucTpacTms

MepcoHanbHbin OHK-oTueT: PD0962

[NpenpacronoXXeHHOCTb K BbICOKOWM
YyBCTBNTENIbHOCTU ,D,O(baMI/IHOBbIX peLenTtopoB

K a3apTHbIM UI'paM, COLLCETAM, KOMIMbOTEPHbBIM UIFpaM,
3KCTpeMasibHbIM BUOaM OeATe/lbHOCT N T. M.

[Mpyt 3TOM MPONCXOOUT N3ObITOUHAS CTUMYIALMS
LIeHTpa BO3HarpaxneHus v 3aTeM peskinii crag
BbIpaboTkM godamMrHa (FropMoHa PagocTun), YTo
HeraTVBHO CKa3blBaeTCcsa Ha paboTe HEPBHOWM CUCTEMDI
1 BbI3bIBaET MOTPEOHOCTb B HOBOW CU/IbHOM
CTUMYISLUMN. [eHETVIKa OnpeaenseT Bocrpustme
BblOenstoLeroca godamrHa 1 B HEKOTOPbIX Criydasix
CrOCODOCTBYET MOBbIWEHWIO MPENPACTIONOXEHHOCTA

K pasBuUTUIO 3aBNCHMOCTEWN.
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Ncuxonornyeckme 3aBUCUMOCTU

3akioyeHue

[eHeTUYeCKMN aHanM3 BbiSBUN Yy chnenyeMoro BbICOKYIO YyBCTBUTEJ/IbHOCTb
AOd}aMVIHOBbIX peuenToposB. He BbisiBfieHa CKSIOHHOCTb K BO3HUKHOBEHMIO
NCUXOJIOrMYECKMX 3aBUCUMOCTEN OT a3apTHbIX 1 KOMMbIOTEPHbIX Urp,
WHTEepHeTa, couceTen, 3KCTpeMasibHbiX BUOOB AeATesIbHOCTU U Op.

O6cnepoBaHuA

Heob6xoaMMOCTb AOMOMHUTENBHOIO
CTUMY/IMPOBaHUS MOSIOXUTENBHOMO
HaCTPOEHWS MOXET B6blTb Bbl3BaHa TakxXe
c60siMU B paboTe SHOOKPUHHOW CUCTEMDI
1 FOPMOHasbHbIM AncHanaHcoM. MosToMy
MOTIYT ObITb MONE3HbI KOHCYMBTALIMS
3HOOKPWMHOJIOra W MPOBEPKa Y
obcrenyeMoro ypoBHEN FrOPMOHOB
rmnoTanamyca, rtMnodunaa, LWTOBMAHON
>Kernesbl, MosIoBbIX FOPMOHOB*. B cryyae,
€C/ 3aBNCUMOCTb BCE-TaKM BO3HUKIA,
pEeKOMEeHAYETCS KOHCY IbTaLMs
ricuxorsora*.

* Heobxooymma KOHCYyIbTauya Bpada - crneunanncTa

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHOauumM no npodunakTuke

ObcnenyemMoMy AOCTaTOYHO He 3/10ynoTpedsaTb
npoayKTamMu, 0EeATENbHOCTBIO MM SBIEHUSMM, KOTOPbIE
MOrYT BbI3BaTb HEraTMBHOE MpUcTpacTue
(ynoTpebneHue ankorons, KypeHue, ysredeHe
a3apTHbIMM UIPaMm, COLICETAMN 1 AP.), KOHTPONMPOBaTb
CBOE MVILLEBOE MoBeaeHue. [1ns nonyyeHus
YLOBOBCTBUS MOXHO MOPEKOMEHA0BaTb EMy
MeauTaLmm, MPOCyLUMBaHME MIOOVMOM My3bIKU,
aAYOVMOKHWT WM MPOCMOTP MHTEPECHbIX GUIBMOB,
Maccaxu, crna-npoLienypbl. BraronpusatHo obyyeHme
yeMy-TO HOBOMY, pacCLLMpeHMEe Kpyro3opa, BeaeHue
OHEBHUKa OOCTVXeHMM. ObcnenyeMomy crienyet
MOMHUTb, YTO Ype3MEepPHOE yBreYeHne YeM-Imbo n
dopMMpPOBaHME 3aBUCKMOCTY BO3MOXHO Aaxe Mpu
61aronpUsaTHOM reHoTUNE, HO B €ro criyyae
OCO3HaHHbIM BbIOOP B MO/b3y OTKasa OT cO6/1a3HoB
coenatb nerye.
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YyBCTBUTENIbBHOCTDb
K HUKOTUHY

Nccnepnyemble reHbl

CHRNAS

GSTP1

DRD2

MepcoHanbHbin OHK-oTueT: PD0962

KoovpyeT ofHy 13 CTPYKTYp anboda-5-HMKOTUHOBOMO
XOSMHEPIMYECKOro PEeLIenTopa, Yepes KOTOPbIV peanayeTcsa OencTame
HelpoMeamaTopa — aLUeTuxonmHa. MNpu KypeHunn peuerntop
COEOMHSAETCA C HUKOTUHOM, YTO 3aTPYOHSET rnepedadvy HepBHOro
nMnysibea. MomMMopdr3amM CBs3aH C Pa3BUTUEM HUKOTUHOBOW
3aBUCKMOCTU W MpeapacrosiaraeT K 3a60/1eBaHMAM Nerkmx.

KooumpyeTt depMeHT 201 dasbl AETOKCMKALIMM, KOTOPbIM MPUCOeanHAET
IYTaTUOH K KCEHOBMOTUKAM: lekapCTBaM, TOKCHMHaM, MPOayKTaM
OKWMCIIMTENBbHOrO CTPECCa U T. . YUacTBYET B 4e3aKTUBALLMU MHOIMX
coeanHEeHMIN, B YaCTHOCTW TeX, KOTOpble 0bpasytoTcs B MpoLecce
TEepMUYeckon 0b6paboTkuM. MommMopdU3aM CHMXaET 3PbEKTUBHOCTb
OETOKCYKALIMK BELWECTB, MOCTYMNaloWMX B OPraH3M 13 XXapEHOM ML,

KopmpyeT peuentop nodamrHa D2, ToKanMa3oBaHHbIN Ha MOBEPXHOCTU
0OPaAMUHIPINYECKUX HEMPOHOB 1 3aryCKatoLLMIM Kackam peakLuuin
BHYTPW KNETKU Nof, Bo3aencTBreM godamrHa. OH BblAenseTcs

B KayecTBe MOOLLpeHMs, MPW BU3YyaM3aLmy XXenaemMoro pesyssraTa, mpu
OOCTUXKEHUM KaKOWM-NMOO LIeM 1 Bbl3bIBAET YyBCTBO YAOBO/LCTBUS.
MonmMmMop®r3M CBsA3aH C PUCKOM GOPMMPOBaHUS 3aBMCUMOCTEN.
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qYBCTBVITeJ'IbHOCTb K HUKOTUHY

Pe3ynbTaT reHeTU4eckoro

aHaJ1n3a

leH MonuMopopusm MeHoTVIN YacTtoTa Pesynbtat SddekT

CHRNAS5 rs16969968 G/G 41% MpeapacrnonoXeHHOCTb K BbICOKOM
YyBCTBUTENBHOCTN HUKOTUHOBBIX PELLerTOpOB

GSTP1 rs1695 A/A 44% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTU
[LETOKCMKALIMM KOMIMOHEHTOB TabauHoro AbiMa

DRD2 rs1800497 G/G 67% MpeapacrnonoXeHHOCTb K BbICOKOM

YYBCTBUTENBHOCTU 4,0GaMHOBBIX PELLENTOPOB

MpuyrHa HEraTUBHOMO BIMAHUA KYPEHUS TabauHbixX
V3AEMMIA Ha OPraHn3M — BELLECTBa, BblAeNstoLmecs]
B MpoLiecce ropeHust Tabaka. OQHOBPEMEHHO caM
HUKOTUH B cUrapeTax rnpuBoaUT K GOpM1POBaHMIO

MCUXOSIOMMYECKON U (1)I/I3I/IOJ'IOI'I/I“IeCKOIZ 3aBMCNMOCTN.

HUKOTUH — ankanoua, COAEP>XXUTCS B PaCTEHMSAX
ceMeNcTBa nacneHoBblx (Solanaceae), HauboMbLLas
KOHUEHTpauus 3admnKcrpoBaHa B TabauHbIX JINCTbAX.
CUHTE3 BelecTBa MPONCXOAMT B KOPHSIX,

a HakomMreHre — B IMCTbsAX pacTeHus. CogepxxaHue
ankanowpga B CyxoM Tabake cocTtasngeT 0,3-5%.

HWKOTUH nMeeT CpOoACTBO KO BCeEM TKaHAM
4yenoBe4yeCkoro OpFaHl/|3Ma.OH YCBaMBaeTCA ierkMmm

3aknoveHue

13 TabayHOro AbiMa Yepes POTOBYIO MOSIOCTb, MPU
ronadaHmm Ha CrIM3MUCTYHO MOCTYMaeT B KPOBb.
MocTyrasi B KpOBb, GbICTPO pacrnpocTpaHseTcs

Mo opraHu3aMy. HUKOTUH BO3OENCTBYET Ha HEPBHYIO
CUCTEMY, CBA3bIBAsICh C peLernropamm B MO3re. HUKOTUH
BbICTYMNAEeT HEMPOCTUMYIIATOPOM, aKTUBMPYS
creumnduyeckme Mosrosble ariemMeHTbl. OHM OTBeYaIoT
3a HaCTPOEeHKe YeroBeka 1 ero rosegeHYeckme
peaKkLmm.

[eHeTrKa BMSET Ha CKOPOCTb MeTabonmama,
O6e3Bpe)KVIBaHl/IF| 1 BblBeeHWA KOMMOHEHTOB
TabayHOro AbiMa, a TakXe Ha CKJIOHHOCTb

K 3aBNCMMOCTW.

[eHeTUUYeckUIA aHanNM3 nokasarl, YTo Yy o6cne.qyeMoro He BbisiB/IeHa
npegpacnosioXXeHHOCTb K YCUJIeHUIO HeratTMBHOro BO3eNCTBUS KOMIMOHEHTOB
TabayHoro gbiMa 1 pa3BUTUIO HUKOTUHOBOMW 3aBUMCUMOCTHU.

MepcoHanbHbin OHK-oTyeT: PDO962
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qYBCTBVITeJ'IbHOCTb K HUKOTUHY

O6cnepoBaHUA

Ecrm obcrienyemblin KypuT, eMy He criefyeT
npeHebperaTb eXerogHbIMn
NMPObUNMAKTNYECKMMN OBCrenoBaHUAMA
(COWNM Y BUOXMMUYECKUIA aHA I3 bI
KpOBU, ritooporpacduisi, CiMpoMETPUS).
[Npy 0BHapyXeHWW HEBNAroNPUATHbBIX
M3MEHEHMIN B aHanmM3ax eMy MOryT OblTb
Ha3HaJeHbl OOMOHUTENbHbIE
obcnenoBaHus.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauumM no NnpodunakTuke

HecmoTps Ha 61aronpuUSTHbIV FeHOTUM, 0bCrienyemMomy
HEe CTOWUT U3NLWHE 3M10YNOoTPEDSTb TabayuHbIMA
M30eMaMn: OBbIYHBIMY CUraPETaMM, ANEKTPOHHbBIMA 1
duUTOCUrapeTamMm, KanbsHOM, BeMrom. [laxe B
OTCYTCTBME MreHETUYECKOW MPeapacrnonioXeHHOCTU
KYpEeHVe YBEeIMUYMBAET PUCK Pas3BUTKA paka Jerkoro,
OBCTPYKTUBHOIO CUHAPOMA, SMOU3EMBI U
XPOHWNYECKOM OBCTPYKTUBHOWM 6ONE3HM NErkmx npwm
KYPEeHWU. XOpOoLLen ansTepHaTUBOW paccriabneHums,
COMOCTaBMMOIO C KYPEHWEM, SBMSKOTCS AblXaTeslbHas
rMMHacTVIKa, TBOpYecTBO. [pyn HeobXoAMMOCTM
BO3MOXHbI MEPUOAMNYECKME KYPCbl OUMLLEHUS
OpraHM3aMa: YUNCTKa KNLWEYHUKA, IMMbOCaHaLIMS.
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ANKOrosnibHass 3aBMCMMOCTDb

UccnepyeMbie reHbl

Kooupyet 6eta-cybbennHuLy ankorofbaeryaporeHasbl. OHa sBrseTcs
ADH1B depmMeHTOM 1ol pasbl AETOKCHKALIMM KCEHOBMOTUKOB 1 OKNCIISET

3TaHON Ao aueTanbaernaoa. 9dGekTMBHOCTb paboTbl depMeHTa

OMpeernsieT YyBCTBUTENBHOCTL K arkorosto. MomMopdram cassaH

C pasBUTHEM arKOrOMbHOM 3aBUCKMMOCTU 1 arKOrOMIbHOrO LMppo3a

rneveHu.

KooupyeT peLentop podamrHa D2, Tokanm30oBaHHbIN Ha MOBEPXHOCTH
DRD2 0,0GaMUHIPINYECKMX HEMPOHOB 1 3aryCKatoWMIn Kacka, peakLimi

BHYTPU KIETKW Mo, Bo3dencTareM godammHa. OH BblaenseTcs

B Ka4yeCcTBe MOOLLPEHUS, MPW BU3YyariM3aLmm XXenaeMoro pesyssraTa, mpm

OOCTUXKEHUM KaKOWM-NBO LIeM 1 Bbl3bIBAET YyBCTBO YOOBO/LCTBUS.

MonmmMop®r3m cBA3aH C pUCKOM GOPMUPOBaHKS 3aBUCUMMOCTEN, B TOM

yncne v ankorobHOwM.

Pe3ynbTaT reHeTU4eCcKoro
aHanusa

O

leH MNonuMopdusm MeHoTVN YactoTa Pesynbtat SpdekT

ADH1B rs1229984 G/G 94% BeTa-cy6benvHuiLa GepMeHTa ==
anKorosbAeryaporeHasbl He M3MeHeHa

DRD2 rs1800497 G/G 67% Bbicokast MIOTHOCTb A0haMUHOBbIX peLentopos D2
TMna
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AnkKorosnbHasi 3aBUCUMOCTb

V136bITOUHOE MOTPEDNEHME anKOrons SABAseTCs
Cepbe3HOM MeQMKO-COLManbHOM NPoGeMon.
MoTpebneHve ankoross pas/mMyaeTcs B pas3HblX
CTpaHax. B pa3BuTbIx CTpaHax ankoroM3amMoM MOXET
CTpagaTb OKOJIO 3-5% B3pOCIOro HacereHus,

B BMHOEbYeCcKMX cTpaHax (PpaHuus, Utamms) aToT
rnokasaTtesib MOXET gocturatb 8-10%. CormacHo
CTaTUCTUYECKOMY exerogHuky Pocanopasa, B 2017 1.

B Poccuun 6bino 3adurkcrpoBaHo 78179 (53,2 Ha
100000 uenoBek HaceneHs) C AnarHo3oMm
MCUXOTUYECKME PACCTPONCTBA, CBA3aHHbIE

C yrnoTpebneHmneM ankorons + CUHAPOM 3aBUCKMOCTU
OT ankorosns. TakoBo UMcno obcnenyemblix C Briepsble
B XXM3HW YCTaHOBEHHbIM AMarHO30M, B3ATbIX MO[,
OVICraHCcepHOe HabnoaeHMe NCUXOHEBPOIOMMYECKMM
1 HAPKOJIOMMYECKUMM OPraHM3aLMsMA, O pearbHbIX
LMPpax MOXHO TOSbKO AOradblBaTbCs.

Mo ankorofibHOM MPOAYKLMEN NOAPas3yMeBatoT
HamMMTKM C COAEP>XaHWEM 3TUMOBOrO CrivpTa 6osee
0,5% obbeMa. ANKOrosib OKa3blBaeT TOKCUYEcKoe
BO3MENCTBME HE TOMbKO Ha MeYeHb, HO 1 Ha BECb

3akoveHue

OpraHM3M B LLENoM: YXYALWAaeTcs KpOBOCHabXeHe
MO3ra, 3aTPYAHSETCS YCBOEHMWE MNTATENbHbBIX BELLECTB,
CTPaOaeT NMoAXKenyoo4YHas Xernesa, NCCyLLATCS
CIM3KCTbIe, HapyLlaeTcst paboTa MMMYHHOM CUCTEMB,
yBENMMUMBaETCS PUCK HOBOOOPAa30BaHWM rpyamn

1 nnwesona. PUck GopMUpOBaHKs ankorosibHOM
3aBUCKMOCTU Y PasHbIX JIOOEN BapbUPYET HE TOMbKO
B 3aBWCUMMOCTM OT J03bl 1 YaCTOTbl YNOTPEGIEHMS,

HO 1 OT FEHETUKN.

[ns HemocpeacTBeHHOro GOPMMPOBaHUS Xe
a/IKOrOfIbHOW 3aBUCKMOCTK BaXXHOE 3HaYeH e MeeT
He TOJIbKO CKOPOCTb ero Metabonmama, Ho 1 (B NepByto
ouepenb) 0COHBEHHOCTb BOCMPUSTUS OPraHnM3MOM
Bblenstolerocs odamrHa, KOTopbIii CTUMYIMPYeET
LIEHTP YLOBOBbCTBUS C PA3HOW MHTEHCKMBHOCTbLIO. DTO
B HEKOTOPbIX C/ly4Yasix CMOCOOCTBYET Pas3BUTUIO
MPUCTPAaCcTUS K aiKorosto. NMoMyMO 3TOro, reHeT1Ka
onpenenseT CKOPOCTb MpeBpaLLeHs crmpTa

B YKCYCHbIM anbaerna, ooycraBnMBatoLLin
MHTOKCUKALMIO OPraHm3Ma v MOXMESNbHbIM CUHAPOM.

[eHeTUYeCcKMN aHaNM3 BbiBUN MOBbILWEHHYIO NpeapacnosIoXXeHHOCTb K

pa3BUTUIO aJIKoroJslbHoM 3aBUCUMOCTU.

O6cnepoBaHuA

O6cnenyeMoMy XernaTeslbHO MPONTA
obcnenoBaHMA: aHanM3bl Ha ramMma-
IOTaMUTPAHCNENTUAA3Y,
acrapTaTaMMHOTpaHcdepasy U
anaHMHaMMHoTpaHchepasy; KIMHUYECKNI
aHanm3 kposwu; JIMBIM. [Mpw
HEOBXOAMMOCTU MOTYT ObiTb
pEKOMEHOOBaHbI AOMOHUTENbHbIE
obcnenoBaHUs (@Hanm3 Moun, Y3 neueHu,
rnoyek v T.n.)*. MNpn HeOH6XOOMMOCTN MOXET
OblTb pEKOMEHAOBaHa KOHCYMbTALMS
MCMXOJIora/McMxXoTepanesTa.

* HeobxoaMMa KOHCYbTalys Bpada - crieLpanicTa

MepcoHanbHbin OHK-oTyeT: PDO962

PekoMeHaauumu no npopunakTuke

[ocKosbky y 06CcnenyemMoro noBblWeH PUCK
GOPMUPOBaHMS arkKOrosIbHOW 3aBMCKMOCTU, EMY
pPEKOMEHOYETCS OrPaHNUnUTb UM BOODLLIE NCKITKOUNTD
yroTpebneHme ankoronbHbIX HanmMTkoB. O6cnenyeMomy
PEKOMEHOYETCS HaMTU anbTePHaTVIBHbIE CMOCOObI
paccrabneHus: NPOCyLWmMBaHNE My3blKK, MacCa,
CTOYHTEepanus, apoMaTepanms, TBOPpYeCTBO; OCODEHHO
3TO Ba>XXHO MpW MOBbILEHHOM YpOBHE cTpecca. s
NPOPUNaKTVKI HapYyLLEHMM paboTbl MeyeHm
obcrnenyeMoMy BO3MOXHO HasHaveHe
AHTUNOKCKMAAHTOB (recnepuamnH, KBepLeTUH, GlaBnLIMH
1 Ap.). Bo3MoxxeH mpueM renatonpoTeKTOpOB™.
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CHWXxeHue
KOMHUTUBHDbIX
CNocobHoOCTEU

C BO3paCTOM MpaKTUHeCcKM Yy BCex Ntoaem
HabtoOaeTcs He3HaYUTENbHOE CHKEHME
Mo3HaBaTesbHbIX CMOCOBHOCTEW, MaMATH

W KOHLEHTpaLWV BHMMaHMS. BO3pacTHble M3MEHEHMS
0byCrnoBneHbl 3aMen/iIeHMeM OOMeHHbIX NMPOLIECCOB

W CTPYKTYPHbIMU M3MEHEHMSMM B KNIETKaX MO3ra,
TaKVMU KaK Harndme HeMpoPpUOpWIISIpHbIX CrneTeHnN,
CEHWIMbHbIX BNALWEK 1 OPYrvX MOPaXkeHMIA. B KOHEUHOM
cYeTEe 3TU UBMEHEHMSI MPUBOOAT K CHIYDKEHMO
CMHaMTUYECKOWM 1 HEMPOHaNbHOM MAaCTUHYHOCTU, YTO
BIIeYET 33 COOOM CHMPKEHME KOMHUTUBHbBIX
CrocobHoCTEN.

Cpeoy CTpYKTYP, OTBETCTBEHHbIX 32 HaLLV
KOHUTMBHbIE CMOCOOHOCTW, IMaBHYIO POSIb BbIMOHAET
dpoHTarbHast Kopa, OTYEBAIOLWAsA 3a PAbOUYO MaMATb,
BHUMaHWE 1 aHanUTUYecKme CrocobHOCTY,

M FMNMOKaMM, OTBEYAIOLLMIA 33 ODyYeHMe,
MPOCTPaHCTBEHHYIO 1 [OTOCPOYHYHO MaMsATb.
3ybyaTas M3BWIKYHA MNMoKaMra SBASETCS OOHOM

3 HEMHOT X CTPYKTYP B HalleM Mo3re, rae
MPOOOSKAETCS CO3AaHME HOBbIX HEMPOHOB

Ha MPOTSXKEH BCEM XU3HW. [eHeTMKa

B 3HAYUTENBbHOM CTEMNeHW onpeaensaeT pUckn
CHKEHWS! KOTHUTYBHbBIX CNIOCOBHOCTENM C BO3PACTOM.

MepcoHanbHbin OHK-oTueT: PD0962
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BonesHb Anburenmepa

UccnepyeMmbie reHbl

KopmpyeT anonmnonpoTerH E, Bxoasiwmin B COCTaB XMIOMUKPOHOB
APOE 1 NMMOMPOTEMHOB OUYEHb HU3KOWM MIIOTHOCTU. MakcuMaribHas aKCrpeccus

3TOro reHa HabloAAETCA B NEYEHU, TakXKe B MoYKax, HagmnoYeuHuKax,

XMPOBOW TKaHW, cerneseHke, Moare. beniok yuyacTByeT B OOMeHe Mnnaos

B KPOBW W XOnecTepmHa B Moare. Hanbonee yacTto nccnemyot

2 nonmmMmop®m3mMa, CoueTaHKe KOTOPbIX 0bycaBnmeaeT 3 GopMbl Herka:

E2,E3 (HopMa) 1 E4. BapuaHT E4 okasblBaeT HanbOobLUMI BKIa B PUCK

BO3HWKHOBEHMS BA, ero yactoTa BapbupyeT oT 10 o 20%

B 3aBMCKMOCTW OT nonynauum. Hannuve annens E2, HanpoTus,

3HAUNTENBHO CHUYXAET BEPOATHOCTb pa3BUTKS BA.

KogvpyeT TpaHcrnopTep (6enok-nepeHocurk) adr1poB XOnecTepuHa,

CETP KOTOPbIN obecrneymBaeT NepeHoc 3GpUPoB xonectepuHa 13 JINBIM
(MMMOMPOTEMHOB BbICOKOW MMOTHOCTW) B APYrUe MMMNONMPOTENHbI, TaKM
0bpa3oM yBenmumBas ypoBeHb J1MHIN. MakcuManbHO aKCrpeccrpyeTcs
B CENe3eHKe, XMPOBOW TKaHU, IMMbaTUYECKMX Y31aX, MaLeHTe, meyeH .
OavH 13 NOMMOPGHBIX BapUAHTOB reHa MPYBOAUT K CHYXXEHMIO
aKTWMBHOCTW DesKa, YTO CMOCOBCTBYET Y/TyULEHMIO IMMMAHOIO CrekTpa
KPOBW 1 OKa3bIBaET MPOTEKTVBHbIM 3QPEKT MPOTUB CepaeUHO-
COCYOMCTbIX 3a601eBaHUIN 1 BA (XOTS ero BKag He siBnsieTcs
onpenensoym).

Pe3ynbTaT reHeTU4YeCKoro
aHanusa

O

leH MNonuMopdusm FeHoTVn YactoTa Pesynbtat SpPekT

APOE rs429358, E3/E4 21% MpenpacronoXeHHOCTb K HakomeHuio JTTHM B =
rs7412 KpPOBEHOCHOM pycrie

CETP rs5882 A/A 46% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTU ==

nepeHoca xonectepuHa 13 J1MNBIM 8 JIMHIM
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BonesHb AnburemMepa

BonesHb Anburenmepa (BA) (G30 cornacHo MKB-10) —
HensneYrMoe nereHepaTmeHoe 3aboneBaHme
LIeHTparibHOM HEPBHOM CUCTEMBI, XapaKTePM3YtoLLeecs
HapyLweHMeM KOrHUTUBHbIX GyHKLMM. ObLiemMmpoBas
3aboneBaeMocTb Ha 20710 r.oueHmBanach B 35,6 MiH
yernosek, K 2030 r. Mo NporHo3aM yBemMumTcA

0o 65,7 MnH,a kK 2050 r.— po 15,4 MnH.

BA pa3ssrBaeTcd B OCHOBHOM B MOXW/IOM BO3pacTe,
ABNSIACH OAHOM U3 GOPM AeMeHLMM: OKOSo 43%
60/bHbIX MMEKOT BO3pacT OT 75 0o 85 neT. XKeHWwmHbl
3a60/1eBalOT Yallle My>U4UnH (72% BCcex obcrnenyembix
c BA — xeHckoro nona). OgHow 13 Hanbonee
KM3HECMOCOOHbBIX U Ha CErOAHSAWHNI OeHb
OBLLEMPUHSATBIX MMMOTE3 Pa3BUTUS OONE3HM
AnbLreriMepa CUMTaeTCs «aMUOMAHAs rMrnoTesa,
COITIaCHO KOTOPOW MMaBHOM MPUUMHOM

3aknoveHue

HenpoaereHepaTMBHOIO NMPoLIecca ABISETCS
HapyLeHne MeTabonmamMa 6enka-npeawecTBeHH1Ka
amunovga (APP). KntoueBbiM 3BEHOM B 9TOM Kackage
aBnseTcs obpa3oBaHMe U OTTNOXEHWEe aMTOVAHbIX
BndweK B mapeHxmme mMoara. Ele ogH1MM MexaH13MoMm
naToreHesa bA cumTatoT N3bbITOYHOE
dochopunmmpoBaHme Tay-6erka (OTHOCALWErocs

K rpynne MAP-6eKoB, aCCOLIMNPOBaHHbIX

C MVUKPOTPYOOUKaMM), B pe3ysbTaTe Yero oH nepecTaeT
B3aMMOLENCTBOBATb C MUKPOTPYOOUKaM1 1 0bpasyeT
KyBKU B HEMPOHaX, 3TO, B CBOKO ouepenb, BedeT

K MOBpexXaeHuto nocneaHux. HacnenyemocTts BA Gbina
onpeneneHa Ha ypoBHe 58-79% (cornacHo
6M3HEeL0BbIM NCCNeqoBaHMAM); MO APYrvM OaHHbIM,
BKJ1aL MEHETVKM cOCTaBnseT nopsaka 33%.

Ha ceropgHsaWwWHWM AeHb BbisBNeHO 6oree 20 OCHOBHbIX
JIOKYCOB, CBA3aHHbIX C PUCKOM pa3BuTUs BA.

[eHeTUYecKkUIn aHanM3 nokasarl, 4YTo Yy chne.u.yeMoro BbisiBJ1IeH Cpe,D,HVIVI pUcK

pasBuTUsa 6onesHn AnburerimMepa.

O6cnepoBaHUA

YKenateneH perynsipHbli KOHTPOb
JMNMOHOrO CreKTpa KpoBW, 0Ccoboe
BHWMaHWe cnenyeT yaemTb YPOBHIO
0bLLEro XxonecTepmHa, xonectepuHa J1MBri
1 ocobeHHo JIMHIM*. Ocoboe BH1MaHWe
obcnenoBaHUSAM CTOUT yOensTb Mo
LOCTUXeHMM 60-65 net n 6onee*. B
crnydyae NosiBNEHUS MEPBbIX CUMMTOMOB
HapyLIEHN MO3roBbIX GYHKLMIN
HEeobXxoAMMbl 0bsi3aTeNbHAs KOHCY IbTaLMs
HEBPOJIOra 1 SOMONHUTENbHbIE
obcnepoaHus (M3T, KT nam MPT,
HenpoTecTbl 1 T.M.)*. NP1 HEOOEXOAMMOCTA
BO3MO>XHO MPOBEAEHWE OOMONHUTENBHbIX
NabopaTOpPHbIX aHaNMM30B: FreMOrpamMMmbl,
anekTpomToB (Na, K, Cl,Ca, PO4),
rMapaMeTpoB GYHKLMIA MOYEK U MeYeHU,
caxapa KpOoBW, MapaMeTpoB GYHKLMIN
wmToBMAHOM xenesbl (TTT, T4), ypoBHS
BUTaMVHa B12, onmeBom KUCIOTbI*.

MepcoHanbHbin OHK-oTueT: PD0O962
* Heo6xou|/|Ma KOHCybTauma Bpada - crneunanmcTa

PekoMeHaaumuu no npopunakTuke

O6cnenyemMoMy xenaTesibHO OMTUMU3KMPOBaTL PaLOH
MMTaHWS B CBA3M C UMEIOLLMMCS FrEHETUNYECKMM PUCKOM
pa3BUTUS BonesHu ArblLireriMepa. PekoMeHayeTcs
VICKITIOUMTD M3 paLMOHa BoraTyto XONeCTEPUHOM MLy
1 TPAHCXKMPbI. XKenaTenbHO CneguTb 3@ MMKEMUYECKNM
VHLEKCOM paLyoHa. BraronpustHa
cpenmseMHoMopcKast AneTa. B nuLly xenatenbHo
006aBnsSTb KYPKYMUH*. XKenaTeneH perynspHbii npuem
omera-3 MosIMHEHAChILLEHHbIX XUPHbIX KMCMOT. NS
CHWXXEHUS pUCKa pa3BUTUA 3aboneBaHms
pEKOMEH0BaHbI PErynapHbie YMCTBEHHbIE
yrpaXHeHUS: pelleHe pebycoB, MorMyeckmx 3agad 1
T.N.>KenaTteneH CoH NPOAO/KNTENBHOCTbIO HE MeHee 7-
8 4acoB B eHb, MPW HapYLLEHNSIX CHa PEKOMEHLOBaHbI
0ob6crnefoBaHMst M KOHCY IsTaLMa HEBPOJIOra,
COMHOsora.
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CHUXeHne KOrHUTUBHbIX
CNoCcoBHOCTEN C BO3PacToOM

Nccnepyemble reHbl

KoaupyeT 6enok, KOTopbil y4acTBYET B MPOLLEecCce pasBUTUS HEMPOHOB,

BDNF CMOCOBCTBYS BbIXUBaHMIO U AndPEpeHLMaLIN HEMPOHOB
neprdepUYEcKoOn 1 LIeHTParlbHOM HEPBHOWM CUCTEM. YUacTBYET B aKCOHO-
¥ OeHOpUTOreHese, peryimpyeT CUHaNTUUECKYHO nepenady curHana.
BoBreyeH B MpoLLEecChl HEMPOHaNbHOW MIACTUYHOCTU U UrpaeT
KIIOYEBYIO POSib B MPOLIeccax ObyYeHUs 1 NaMsTn.

AMONMNONPOTEMH M1a3Mbl KPOBM BXOOWT B COCTaB XMIOM 1 KDOHOB
APOE W AUMOMPOTENHOB OUYeHb HU3KOM MIOTHOCTU. OAMH 13 BAXKHENLWNX

anoberkoB, y4acTBYOLWMM HE3aBVCKMO B OOMEHe NNMNAO0B B KPOBW,

C OAHOW CTOPOHbI 1 B O6MeHe XOoecTepmHa B MO3re (U B HEKOTOPbIX

OPYrnx opraHax) — ¢ Apyron. PeryimpyeT oOMeHHble MpoL,ecChl B MO3re.

VIrpaeT K/toueByto porib B MpoLeccax 0byyeHUs 1 maMaTi.

Pe3ynbTaT reHeTu4eckoro
aHanmsa

O

leH Monnmmopdpusm MeHoTVin YacTtoTa PesynbtaTt S dekT
BDNF rs6265 c/C 64% HopMarnbHas GyHKLMOHaMbHas akTUBHOCTb n
HeMpoTpodmyeckoro GakTopa Mo3ra
APOE rs429358, E3/E4  21% MpenpacronoXeHHOCTb K HakomeH o JTTHM B =
rs7412 KpOBEHOCHOM pycrie. [MoBblleH pUCK passBnTUA

6one3Hn ArblreriMepa
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CHMXXeHne KOrHUTUBHbIX CNMTOCOBHOCTEN C BO3pacTOM

C BO3pacCTOM MpakTUYeCKM y BCex Noaen HabmoaaeTcs
He3HaunTeIbHOE CHIMXXEeHWE MO3HaBaTEIbHbIX
CMOCOBHOCTEN, MAaMSATU 1 KOHLEHTPALLMKW BHUMaHWS.
BospacTHble n3MeHeHKs 06YCoBeHb! 3aMeSIeHNEM
OBMEHHbIX MPOLIECCOB 1 CTPYKTYPHbIMM M3MEHEHNSM
B KJIETKaX MO3ra, TakiMMU Kak Hasmume
HEMPOPUOPUNIAPHBIX CIIETEHWIA, CEHUSbHbIX BIsLLIeK
Y APYrvX nopaxeHmin. B KOHeYHOM cyeTe 3T
N3MeHeHWs NpmBOOAT K CHUXEHUMIO CUHaMTUYeCKOoM

1 HEMPOHANbHOW MMACTUYHOCTU, YTO BIIEYET 3@ COOOW
CHUXEHME KOMHUTUBHbBIX CMOCOOHOCTEN.

Cpean CTpYKTYp, OTBETCTBEHHbIX 33 Halu
KOFHUTUBHbIE CNOCOBHOCTW TIaBHYIO POSb BbIMOSHAET
dpoHTanbHasa Kopa 1 rnnokamn. PpoHTabHas Kopa —
ITaBHbIN MHTErPaLMOHHbIN LEeHTP Hallero Mo3ra,
MIMEHHO OHa OTBEYaET 3a Hally pabouyto NaMaTb,
KOHLIEHTPaLMIO BHUMAHWS, aHaMTUYeckmne
CMOCOBHOCTU. TMMNOKaMr oTBeYaeT 3a Hally
MPOCTPAHCTBEHHYIO MaMsATb, OByYEHME 1 yYacTBYeT

B GOPMMPOBaHUK LONTOCPOYHOW MaMATV. 3ybuaTas
M3BUIMHA MUMMOKaMIa SBISIETCS OOHOW N3 HEMHOMMX
CTPYKTYpP B HalleM MO3re, rae NPOA0MKaeTCs co3aaHne
HOBbIX HEMPOHOB Ha MPOTAXEH N BCEN XN3HM.

3akoveHue

OpHako y OgHWX TFOAEN CHUXEHME KOMHUTUBHbIX
CMOCOOHOCTEN C BO3PACTOM CBOAUTCS K MUHUMYMY,
B TO )& CaMoe Bpems Apyrue OeMOHCTPYPYIOT
BblpaXeHHble HapyLUeHMs). [eHeTKa B 3HAUNTENbHOM
CTErNeHu onpeaenseT PUCKM CHUXEHNS KOMHUTUBHbIX
CMOCOBHOCTEM C BO3PaCTOM.

B HaweM oTyeTe Mbl PaCcCMOTPUNM reHeTn4Heckne
BapWaHTbl ABYX MreHOB, NPatoLWLMX Ba>XXHYKO POJib

B OOMEHHbIX MpoLeccax 1 HeMPOrIaCTUYHOCTM HaLLero
Mo3ra.

leH APOE, koompyeT 6enok, perypyowmii NMnMaHbINA
OOMeH B HalleM MO3re, reH HeEMPOTPOPUUECKOrO
dakTopa Mo3ra (BDNF) nrpaeT BaxkHYyko posb
CUHaMTUYECKOW 1 HEMPOHAsIbHOW MIacTUYHOCTH,

B CO3aHUM HOBbIX HEMPOHOB B 3y6UaTOMN M3BUIMHE
rmnnokamna. MNomMmMopdHble 3aMeHbl B 3TUX reHax
MPUBOASAT K CHUXEHMIO UX aKTUBHOCTW, YTO BIMSIET

Ha HaLl BO3PaCTHbIE M3MEHEHWS KOMHUTUBHbIX
CrocobHoCTEN.

Y o6cnenyeMoro BbisiBNieHa MPeapacrofioXXeHHOCTb K YMEpEeHHOMY YPOBHIO
HelpoHasIbHOM MIACTUYHOCTU. DTO o6ecrneumBaeT HOpMaJibHbIA YPOBEHb
KOFHUTUBHBIX CMOCO6HOCTEN U CpepHUM PUCK MX CHUXKEHUS C BO3PacTOM.

MepcoHanbHbIn OHK-oTyeT: PDO962
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O6cnepoBaHUA

Mo poctmxeHunn 60 neT obcnenyemMomy
KenaTenbHO Mepruoamnyeckoe MpoBedeHe
npoduakTU4eckmx obcnenoBaHuin (33r,
M3T, KT nm MPT, HeMpoTecTbl 1 T.n.)*. B
CryYae NosiB/IEHMS MEPBbIX CUMIMTOMOB
HapyLLIEHNN MO3roBbIX GYHKLMIN
HeobXxoaMMbl 0bsI3aTeNbHAs KOHCYIBTaLMS
HEeBpOJiora 1 AOMOHUTENbHbIE
obcrenoBaHua*. XKenateneH perynsapHbii
KOHTPOJIb IMMUAHOIO CNeKTPa KPOBU*.
[py HEOBXOAMMOCTMN BO3MOXHO
NPOBELEHWE OOMOHUTENbHbIX
IaBOopPaTOPHbIX aHaM30B: FEMOrpaMMmbl,
anekTpomToB (Na, K, Cl,Ca, PO4),
napamMeTpoB GYHKLMIM MOYeK U MeYeHu,
caxapa KpOBU, MapaMeTpPOB GYHKLMM
wmToBMAHOM xenesbl (TTT, T4), ypoBHS
BUTaMMHa B12, onmeBom KMCIoTbl*.

MepcoHanbHbin OHK-oTueT: PD0O962

CHMXXeHne KOrHUTUBHbIX CNMOCOBHOCTEN C BO3pacTOM

PekoMeHaauumM no NnpodunakTuke

[ns NpoayKTMBHOM paboTbl MO3IY HY>KHbI MOCTOSIHHbIE
M3MEHEHWS: HOBblE BrieyamieH s, HOBble 334341, HOBas
MHPOPMaLMs. Mo BO3MOXHOCTW obcrenyemMomy
peKoOMeHOYEeTCst 3aMeHsITb PYTVHHbIE U LWAboHHble
OEeNCTBMS Ha HOBbIE, HernpuBblYHbIe eMy. OH MOXeT
nonpoboBaTb BbINO/HSATL OOblYHbIE AENCTBUS
HEOObIYHbIM CMIOCOOOM, pellaTb HOBbIE MPOGIEMDI,
CTapasiCb yXOOMTb OT «aBTOMMIOTa» MPUBbIYHBIX CXEM.
Tak>ke eMy xenaTenbHO 3aH1MaTbCA
creuyan3npoBaHHOM MMMHACTUKOM,
aKTUBM3MpPYIOLLEV paboTy MO3ra. DTO MO3BOSIUT eMy
00BUTHCA MOBbIWEHWSA KayecTsa 00ydeHUs U
COXpaHUTb GYHKLMM MO3ra, KOTOPbIE YyTPauMBatoTCs C
BO3pacToM. KeraTeslbHO MCMNO/Ib30BaTb Pas/iMyHble
MHEeMOTEXHWYECKME MPUEMb! /19 3arOMUHaHMSA BaXKHOW
MHbopMaLyn. OCHOBHOW UX MPUHLMM —
1ICMO/Ib30BaHMe 06Pa30B, CBSA3bIBAOLLMX MEXAY COOOM
3arnoMMHaeMblIt MaTepuan ¢ KakMMm-mbo 3Hakamm.
Tak>ke obcrenyeMoMmy XenaTelbHO OTperyIMpoBaTh
CBOW COH. [pK XPOHMYECKOM HEQOCTAaTKe CHa MaMATb
CTPafdaeT OYeHb CUMbHO.
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CnopTtuBHoOE

3[10pOBbe

CropTrBHas reHeTUKa — HanpaBieHWe reHeTYIKU,
M3y4YatoLLLEeE BMSHME 3MEHEHMIM B MreHax YenoBeKka
Ha QUBNYECKYIO aKTUBHOCTb W CMOPTUBHbIE
CMOCOBHOCTW. TPEHMPOBKM — 3TO BCero nmib 30%
ycriexa, octanbHble 70% pe3ynsrata 3aBUcaT

OT BPOXAEHHbBIX CMOPTUBHbBIX KAYeCTB, 3a/10>KEHHbIX
FEHETVIKOW.

Ha cnopTuBHbIE CMOCOBHOCTU KaXKAOro YenoBeka
B/IVAIOT CTPYKTYPA MblLlLEUHbIX BOSTOKOH, YPOBEHb
KpOBOCHa6>KeHI/I9| MbILLL, CKOPOCTb Ha6opa MblLLEYHOM
MacCbl. BOMBLWMHCTBO 3TUX NOKa3aTesien 3aBrCcUT

OT reHeTUYECKMX OCOBEHHOCTEN MHOMBWOA.
[eHeTunyeckas npenpacrioyiIoXXeHHOCTb BJIMAET

Ha TaKVe XapaKTEPUCTVIKK, KaK CKOPOCTb, CIa

1 BbIHOC/IMBOCTb. MNOHVMaHMe CBOWX MeHEeTNYECKIX
OCOBEHHOCTEM — BO3MOXHOCTb PEasiM30BaTh
CMOPTWBHbIM MOTEHLMAN B NPaBUIbHOM HampasieH .

MNpodeccoHabHbIM CMOPTCMeHaM pesyrsTaTtbl JHK-
TecTa MoMOryT CKOPPEKTMPOBaTb MHTEHCKBHOCTb

M BpeMsl TPEHVPOBOK, MOO0OpaTh MUTaHMe

M pa3paboTaTb cUCTEMY MPODUNAKTUKI COPTUBHDBIX
TpaBM U 3aboneBaHun. KpomMe aToro, nccrnegoBaHme
FEHETYECKOM NpeapacronoXeHHOCTM

K 3a60/1eBaHMSM, CBA3aHHBIM C GU3NYECKMU
Harpy3sKkamu, Mo3BOJSIUT M30eXaTb Pa3BUTUA
3ab01eBaHMN CepaeyHO-COCYaVCTOM CUCTEMDI, aCTMbl
1 OCTEOMNOPO3a.

MepcoHanbHbin OHK-oTueT: PD0962
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Mapkepbl CKOPOCTH

UccnepyeMbie reHbl

ACE

ACTN3

PPARG

MepcoHanbHbin OHK-oTueT: PD0O962

KoovpyeT aHrMoTeH3uHMpespaLlaowyi ¢epmeHT (ANd) —
LIMPKYIMPYIOLLMM BO BHEKIETOYHOM MPOCTPaHCTBE BEoK, KOTOPbIN
VIFPaeT BaxHYIO POsib B PEryALMM KPOBSHOMO AaBneHus 1 BanaHca
IMEKTPO/MTOB, KaTa/mM3KMpPYyeT paclleryieHne HeakTUBHOIO
AHMMOTEH3KHa | O aKTWUBHOIO aHMMOTEH3MHa |l, CTMynMpYytoLLero
CY>XEeHVe COCYAOB W yBENMYEHME CHHTE3a allbAOCTEPOHa. [eH
3KCMPECCUPYETCH B MaKCKHMalbHOW CTEMEHW B KULWEYHVIKE, TaKXe

B NIErKMX, MEHbLLE — B AMYUKaX, MOOXKENYAOUYHOM Xenese, noykax 1 ap.
CBs3aH C TUMOM aganTaLnm cepoeyHO-COCYANCTOM CUCTEMDI

K onpeneneHHoMy TUny GU3NYECKOM Harpy3ku 1 pa3BUTUEM
rMnepTpodUYECcKON KapaMOMNONaTUM U apTePUabHOM MMepTEH3MN.
Heneuuns (D) B 3TOM reHe cBs3aHa C agarnTaLmen cepaeyHo-CoCcyamncTom
CYCTEMbI K CU/IOBBIM 11 CKOPOCTHbBIM Harpy3kaM 1 B TO Xe BpeMs —

C MNOBbIWEHHbIM PUCKOM Pa3BUTUS apTePUabHOM rMNepTeEH3MU.

KoovpyeT 6enok anbda-akTMHWH-3, KOTOPbIM y4acTByeT

B COKPaTUTENbHOM annapaTe BOSIOKOH CKEMETHbIX MblILLL,

¥ 3KCMpeCccupyeTcs MperMyLwecTBEHHO B HUX. MommMopdHasa 3amMeHa

B 3TOM reHe NMpMBOAUT K OTCYTCTBUIO GYHKLIMOHaNbHOro tenka anbda-
aKTUHKHa-3. B oTcyTCcTBME anbda-akTMHMHA-3 ero posib BbIMOSHSAET
anbda-akTMHMH-2,4TO CBSA3aHO C H3KOW CKOPOCTbIO COKPAaLLEHS
MblLEYHbIX BOIOKOH. ACTN3 aBnseTcs cnelmdryeckmMm Mapkepom
ObICTPOTbI U CUSbI.

KopmpyeT ramma-peLenTop nponmdepaumi nepoKCUCOM, KOTOPbIN

B OCHOBHOM MPOOYLIMPYETCS B XXMPOBOW TKaHU. OCHOBHOW yHKLIMEN
aTOro Henka ABnAeTCs akTMBaLMS rEHOB, CBA3aHHbIX C akKyMyisumen
Xnpa, AMbdepeHLPOBKOM KNETOK XMPOBOM TKaHW 1 MMOBIacTOB.
VIrpaeT BaxkHYto porib B YyBCTBUTENbHOCTU PA3/IMYHbBIX TKaHeM

K MHCYMHY. MommmMopdHas 3aMeHa B 3TOM reHe 6/1aronpusTHa 1 cBsi3aHa
c 6osee BbICOKOW YyBCTBUTENTBHOCTbBIO K MHCYIMHY, 6ObLUEN
YTUMM3aLMEN 3HEPrU KNETKaMM MbillLL 1 6onee BbICTPbIM MPUPOCTOM
MbILLEYHOM TKaHW, YTO CNOCOBCTBYET MOBbILLEHMIO CUIOBbIX

11 CKOPOCTHbIX Ka4yecTB.
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Mapkepbl CKOpOCTH

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1In3a

O

FeH Monmmopdpusm FeHo™vin YacTtoTa Pesynbtat clolol-Te g

ACE rs4341 D/D 27% MpeapacnonoXeHHOCTb K BbiDaXeHHOM aaarraLmm
CepaeUHO-COCYAMNCTOMN CUCTEMBI K CMPUHTY

ACTN3 rs1815739 /T 18% Mpenpacrnono)XeHHOCTb K MefIeHHOM CKOPOCTH ==
MbILLEUHbIX COKPALLEHNI

PPARG rs1801282 c/C 77% [MpenpacnoioXXeHHOCTb K CHUXEHHOI

rMNepTPOGUN MbILLEYHOW 1 YBENMUEHUIO XXUPOBOM

TKaHemn

CKOPOCTHbIE KauecTBa OMNMpeaenstoTCs B MepBYo
oyepefb NpeobaaatoLLMM TUMOM MbllEYHbBIX BOSIOKOH
(6biCcTpble 1N MegeHHble). [lng MeoneHHbIX (KpacHbIX,
OKUCIMUTENBHbIX) MblLLEYHbIX BOIOKOH XapaKTepHbI
a3pOOHbIE MEXaHW3Mbl 3HEPrOObPa30BaHUS, KOTOPbIE
obecrneymBatoT BbINOHEHME ANMTENbHOM PaboTbl

Ha BbIHOC/IMBOCTb. BbICTPbIN TWM MblILLEYHbBIX BOSIOKOH
(6enble, MMKOoMMTUYECKMe BOSTIOKHA) CUHTE3MPYeT
3HEPrmIo 3a CHET aHAZPOOHbBIX MEXaHU3MOB, YTO
obecrneymBaeT BbICOKYHO CKOPOCTb COKpaLLeHWs

1 BGbICTpOE yTOMNeHMe. TakM 0bpa3omMm, MpeobnagaHme
Me[/IeHHbIX MbILLIEYHbIX BOMIOKOH onpenenseT GeHoTumn
cTanepa (MapadoHLa), ipeocbnagaHme ObICTPbIX
MbILEYHbIX BOSIOKOH — GEeHOTUMN Crp1HTEPa, N
«CKrIaya»,a paBHOe COOTHOLLEHVE MO3BOIAET YEIOBEKY

3akovyeHue

peanM30oBaTb CMOCOBHOCTH B MMPOBbIX BUAAX CMOPTa,
enmHobopcTBax.

HacnenyeMocTb CKOPOCTHbIX Ka4ecTB OLLeHMBaeTCH

B pa3mepe He MeHee 60%, B MepBYIO ovepeb 3a CHeT
BapWaHTOB MeHOB, CBA3aHHbIX HEMOCPEACTBEHHO

C COKPaALLEHNEM MbILLLL U KOTMYECTBOM ObICTPbIX
MbILLEYHbIX BOMTOKOH (aKTUHWH). OAHaKo ans
CMPUHTEPOB OAHOBPEMEHHO TaK>XXe BaxKHa ObiCTpas
afanraums cepaeqHo-CocyanCTON CUCTEMbI K PE3KOMY
BO3PaCcTaHMIO CKOPOCTU U, COOTBETCTBEHHO, HArpPy3KU.
[MoaToMy MtoasM ¢ 3ab0NeBaHUAMU CEPAEYHO-
COCYOMUCTOW CUCTEMbI PEKOMEHOYETCS 3aMeHATb ber
Ha neLme NMporynku.

[eHeTUUeCKUiA aHanM3 BbIsIBUN Y 06CrieayeMoro HU3KUin CKOpOCTHOM
rnoTeHUMan. 9To 03Ha4aeT, YTo OH o6/1afaeT HU3KMMU CMPUHTEPCKUMU

KayecTBaMu.

MepcoHanbHbIn OHK-oTyeT: PDO962
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Mapkepbl CKOpOCTH

O6cnepoBaHUA

ObcnenyeMoMy He crienyeT npeHebperaTb
KOHTPOJ/IEM apTepnasibHOro AaBAeHNS 1
NEPUNOANYECKUMN MEAULIMHCKUMA
obcrnenoBaHMaMY (Kapavorpadus,
CMMPOMETPUS, OO 1N BUOXUMUYECKN M
aHanM3bl KPOBU), PV HEOOXOAMMOCTU
BO3MOXHO Ha3HaYeHWe OOMONHUTENbHbIX
obcrnenoBaHuN.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauumM no NnpodunakTuke

ObcnenyeMoMy He xenaTenbHbl TPEHWNPOBKM Ha
CKOPOCTb U BUAbI CMIOpTa, TpedyoLwme pas3BmnTUs
BbICOKOM CKOpPOCTW. O4HaKO eMy MOryT MoaomnT
dr3nyeckme Harpysku, He TpebytoLpme 60IbLLIoK
CKOPOCTU U MHTEHCMBHOCTU, 3HEeprocoeperatoLme,
HampuMep Mora, pasiMyHble BUObl CTPEMbObI.
BO3MOXHbI HEOBICTPbIE MPOBEXKM (MX ASMTENBHOCTb
3aBVICUT OT BbIHOC/MBOCTM). O4HaKO perynispHble
3aHATUS CMOPTOM B Pa3yMHbIX Mpenesnax TeM He MeHee
HeobxoamMbl. XKenaTeneH 13oKanopuHbIN Ui
MMMNOKaIOPUIMHbBIN PaLIMOH MUTaHUSA C AOCTaTOYHbIM
KOnmMyecTBOM Gerka.

149



Mapkepbl cunbl

NccnepyeMbie reHbl

ACE

ACTN3

PPARG

ADRB2

MepcoHanbHbIn OHK-oTyeT: PDO962

KoovpyeT aHrMoTeH3uHnpespaLlaowyi ¢epmeHT (ANd) —
LIMPKYIMPYIOLLMM BO BHEKIETOYHOM MPOCTPaHCTBE OEMoK, KOTOPbIN
WIPaET BaXHYIO POSib B PEryIaLIMM KPOBAHOMO AaBfeHUs 1 6anaHca
IMEKTPO/IMTOB, KaTa/M3KMpPYyeT paclleryieHne HeakTUBHOMO
AHMMOTEH3KHa | O aKTWUBHOIO aHMMOTEH3KMHa |l, cTMynMpytoLLero
CY>XEeHVe COCYAOB W yBENMYEHME CHHTE3a allbAOCTEPOHa. [eH
3KCMPECcCMpyeTCs B MakCHMalbHOM CTEMEHW B KULEYHVIKE, TakxXe

B NIErKMX, MEHbLLE — B IMYKaX, MOOXKENYAOUYHOM xXenese, noykax 1 ap.
CBsI3aH C TMNOM afjanTaumy CEPAEYHO-COCYANCTOM CUCTEMDI

K onpeneneHHoMy T1ny GU3NUYECKOM HarpysKuM 1 pasBUTMEM
rMnepTpodUYECcKON KapaMOMNONaTUM U apTePUabHOM MMepTEH3MN.
Heneums (D) B 3TOM reHe CBsi3aHa C afarnraumern cepaeyuHo-coCcyamcTom
CWCTEMbI K Harpy3kaM Ha CUY 1 B TO Xe BPEMS — C MOBbIWEHHbIM PUCKOM
pPa3BUTUS apTeprarbHOM rMNepTEH3MU.

KoovpyeT 6enok anbda-akTMHWH-3, KOTOPbIM y4acTByeT

B COKpPaTUTE/IbHOM arnmnapaTe BOMIOKOH CKEMETHbBIX MbILLL,

1 3KCMpeccmpyeTcs MPenMyLLIECTBEHHO B HUX. [lonMMopdHas 3aMeHa

B 3TOM reHe MPUBOAUT K OTCYTCTBUIO YHKLMOHANbHOro benka anbda-
aKTUHKHa-3. B oTcyTCTBME anbda-akTMHMHA-3 ero posib BbIMOSHSAET
anbda-akTMHUH-2,4TO CBSA3aHO C H3KOW CKOPOCTbIO COKPALLEHS
MblLEYHbIX BOTIOKOH. ACTN3 aBnseTcs cnelmdryeckmm Mapkepom
ObICTPOTbI U CUSIbI.

KopmpyeT ramma-peLentop nponmdepaumi nepoKCUCOM, KOTOPbIN

B OCHOBHOM MPOOYLIMPYETCS B XXMPOBOW TKaHU. OCHOBHOW yHKLIMEN
aTOro HenKka ABnAeTCs akTMBaLMS rEHOB, CBA3aHHbIX C akKyMynisaumen
Xnpa, AMbdepeHLPOBKOM KNETOK XMPOBOM TKaHW 1 MMODBIacTOB.
VIrpaeT BaxkHYIO pOJib B UyBCTBUTENbHOCTU Pa3/IMYHbIX TKaHeM

K MHCYMHY. MommmMopdHas 3aMeHa B 3TOM reHe 6/1aronpuaTHa 1 CBs3aHa
€ 60s1ee BbICOKOW YyBCTBUTENBHOCTBIO K MHCYIUHY, 6OSbLIEN
YTUMM3aLMEN 3HEPrn KeTKamMu MbillLL 1 6onee BbICTPbIM MPUPOCTOM
MbILLEYHOM TKaHW, YTO CNOCOOCTBYET MOBbILWEHMIO CUIOBbIX KaueCTs.

KoovpyeT 6eTa-2-agpeHeprmyeckmii peLernTop — MOHHbIN 6enKoBbIv
KaHas, BCTPOEHHbIV B LIUTOMIA3MAaTUYECKYO MEMOPAHY KIETKU, MEIOLLMIA
BbICOKYO CTerneHb CPOACTBaA K aApeHanMHy 1 obecrneymBatowmii
MOBbILLEHME NN CHUXKEHME METAabOIMUYECKOM aKTUBHOCTM
MHHEPBMPYEMOM TKaHW WM opraHa. AKTVBaLIMS PELLENTOPOB Bbli3biBaET
yBennveHne MHTEeHCNBHOCTU IMNKOreHOoM3a B MblllLLaX. B reHe Hanbonee
13y4deHbl ABa normmopdmama: GIn27Glu n Gly16Arg. MNocnenHmin cBssaH

C cepeyYHbIM BbiIOpOCOM B MOKOE, MOBbILEHHOM BpoHXoAMaTaLmMen

11 BbIHOC/IMBOCTbIO, HOPMasibHas ansesb — C MoBblLLEHHbIMY CUSIOBbIMM
KayecTsamu.
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Mapkepbl cusbi

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1IN3a

O

FeH Monmmopdpusm FeHo™vin YacTtoTa Pesynbtat clolol-le g

ACE rs4341 D/D 27% MpenpacrnonoXeHHOCTb K BbiDaXeHHOM aaarTaLmm
CepaeUHO-COCYAMNCTOMN CUCTEMBI K CUIOBbIM
Harpyskam

ACTN3 rs1815739 /T 18% MpeapacnonoXeHHOCTb K MEAIEHHOM CKOPOCTA ==
MbILLEUHbIX COKPALLEHNI

PPARG rs1801282 c/C 77% MpenpacnonoXeHHOCTb K CHUXEHHOWM ==
rMNepTPOGUN MbILLEYHOW 1 YBENMUEHWIO XXUPOBOM
TKaHen

ADRB2 rs1042713 G/A 50% MpenpacrnonoXeHHOCTb K CpeaHel =

UYBCTBUTENBHOCTU K aApeHarnmHy U MoHUKEHHOMyY
My/ibCy NOKOS

MpenpacnonoXXeHHOCTb K CUIOBbIM Harpy3kam
onpenenseTcs TUMOM MbllEYHbIX BOJIOKOH, CKOPOCTbIO
pOCTa MbILWEYHOWM Macchbl, 3GOEKTUBHOCTbLIO
noTpebeHns OpraHr3MoM KMCIopoaa

1 MPOAYKTUBHOCTBIO PaboTbl CepAeUHO-COCYAMNCTOM
crcTeMbl. Mpy 3TOM 3a4acTyto (HO He Bceraal) BbICOKMIA
CWIOBOW MOTEHLMan MOXXET COMPOBOXOATbCH
CHWKEHHOW (M1 CpeaHeit) BbIHOCIIMBOCTbIO,

1 HaobOopOT.

TeHeTVKa onpenenseT pa3BMTHE CUIOBbIX MOKasaTenen
npuvMepHo Ha 70%, Mpy 3TOM ee BK/1a, B COCTaB
Me[J/IEHHbIX MblLLEYHbIX BOSIOKOH COCTaBnseT 45%.
OCHOBHbIE reHbl, BMSAIOLLME Ha CUIOBOW MOTeHLan —
3TO reHbl, CBA3aHHble HEMOCPeaCcTBEHHO

CO CTPYKTYPOM N GYHKLIMOHUPOBAHMEM MbILLIL,

3akoyeHue

(HampuMep, reH anbda-akTUHKHA), PeLernTopb,
aKTUBUPYEMbIE MEPOKCUCOMHbBIMY MPOSiMpepaTopamm
(MOCKOMbKY MMEHHO OT HKX 3aBUCUT CKOPOCTb POCTa U
OndbdepeHLPOBKIM B TOM YKCTIE W MbILLEYHOM TKaHM),
a TaK>Xe reHbl PEHUH-aHMMOTEH3MHOBOW CUCTEMbI
(@QHrMOTEH3MH-MpeBpaLlatoWero GepmeHTa,
AHMMOTEH3VHOMEeHa), MOCKOSIbKY MMEHHO OHa
obecrneymBaeT aganTaLmio CeEpae4YHO-COCYANCTON
CNCTEMbI K CMJTOBbIM HarpyskaMm.

OpHako criefyeT MOMHUTb, YTO MHTEHCUBHbIE CUITOBbIE
dr3MYecKe Harpy3KM MOMyT COMPOBOXAATHCS
MOBbILLEHWEM apTEPUATbHOrO AaBeH s

1 OKCUOATMBHbBIM CTPECCOM (MOBpexXOeH e KNeTKn

B pe3y/ibTaTe OKUCTIEHNST) B OpraHmM3Me.

[eHeTUYeCcKMI aHanM3 BbiSIBUN Y 06CieAyeMoro CpepHuii CUIoBoM noTeHumarn.
3TO 03HAYaEeT, YTO OH CNOCO6EH Pa3BUTL MbILLEYHYIO CUITY CPEAHEro YPOBHS.

MepcoHanbHbin JHK-oTyeT: PDO962
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Mapkepbl cusbl

O6cnepoBaHUA

IpY UHTEHCUBHbIX TPEHNPOBKAaX
obcrenyeMoMy pekoMeHayeTcst
MepPMOaNYECKN KOHTPOMMPOBaTb YPOBEHD
KpeaTVHK1Ha B KPOBU, @ Tak>ke MPOBOAUTb
LEHCUTOMETPUIO, MEPUOaMNYECKME
Kapauorpapuyeckre obcnenoBaHus, mpu
HEOBXOOMMOCTU — Y/IBTPa3BYKOBOE
obcrnenoBaHMe cepaLa,
KOHCYNBTUPOBAaTbCH Y KapAuosiora.
>KenatenbHO KOHTPOMPOBaTb KOMYECTBO
MUKPO3MIEMEHTOB (LIMHKA, CENEHa,
MapraHLua) 1 ButammHos (D, B12, donreson
KNCOTbI) B KPOBW. ECN 3aHATUSA CroOpTOM
COMPOBOXOAKTCH MOTPEDSIEHNEM
H60/IbLIOro KommyecTBa 6erka,
peKoMeHOyeTCS MeEPUOANYECKM
MPOXOAUTb TakXXe COOTBETCTBYOLLME
obcnenoBaHUS.

MepcoHanbHbin OHK-oTueT: PD0962

PekoMeHaauumM nNo NnpodunakTuke

[na ob6cnenyeMoro BO3MOXHbl 3aHATS CUMOBbIMA
TPEHMPOBKaMA 1 BMAAMM CriopTa, O4HAKO
PEKOMEHOYIOTCS YMEPEHHbIE CUTOBble Harpy3ku. He
cnenyeT noaBepraTb OpraHmM3Mm CrMLLKOM MHTEHCUBHbBIM
CMIOBbIM Harpy3kaMm B 60/IbLIOM KOSIMYECTBE.
PekoMeHO0BaHbI: HEKOTOPble 6OEBbIE MCKYCCTBa
(BKUY-OKNTCY, akO0, KapaTe), 6obliow 1
HaCTOSbHbIN TEHHWC, 6aAMUHTOH. NS yBenmueHus
CUIbl TAKXKE PEKOMEHOYETCS BK/IIOYaTb B PaLMOH aiLLa,
HEXMPHOE MACO U PbIBY, XyMyC. MpK MOBbILLEHHOM
pucke pasBnTUs AT pekOMeHLYeTCs CHU3UTb
VHTEHCMBHOCTb GU3MYECKMX Harpy3oK. [Mpun
HapyLUeH1 paboTbl aHTUOKCUAAHTHOM CUCTEMDI
PEKOMEHIYETCS MOHMXKEHHAs MHTEHCHBHOCTb
TPEHUPOBOK W LOMONHUTENBHbIN MpUeM
AHTVNOKCKMAAHTOB. /19 pOCTa CKENETHbIX MbILLIL,
BraronpusTeH Mpuem B1TamrHa D. 19 yBenmyeHus
CMIOBOW BbIHOC/MBOCTM BO3MOXEH Mpuem 6eTa-
anaHuHa.
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Mapkepbl BbIHOC/IMUBOCTU

NccnepyeMbie reHbl

ACE

ADRB2

MepcoHanbHbin OHK-oTueT: PD0962

KoovpyeT aHrMoTeH3nHMpespaLlaowyi ¢epmeHT (ANd) —
LIMPKYIMPYHIOLLMM BO BHEKIETOYHOM MPOCTPaHCTBE OEMOK, KOTOPbIN
VIFPaET BaxHYIO POSib B PEryALMM KPOBSHOMO AaBneHus 1 BanaHca
3M1EKTPO/MTOB, KaTanM3MpyeT pacllernieHe HeakKTUBHOrO
aHMMOTEH3MHa | LO aKTUMBHOIMO aHrMOTeH3KHa |l, CTMyMpytoLLero
CY>XEHVe COCyOB U YBENMYEHME CHTE3a albAOCTEPOHA. [eH
3KCMpeccMpyeTcst B MaKCUMarbHOM CTENEHW B KULLEYHUKE, TaKXKe

B NErKMX, MEHbLLE — B AMYKaX, MOOXKENYAOUYHOM xenese, noykax 1 ap.
CBs3aH C TUMOM aganTaLnm cepoeyHO-COCYANCTOM CUCTEMDI

K onpeneneHHoMy TNy GU3NYECKOM Harpy3kuy 1 Pa3BUTUEM
rMnepTpPoOdUYECKON KapaMOMMOMaTV U apTepUanbHOM MNepTeH3umn.
Hop™manbHas annenb (I) B 3TOM reHe cBsi3aHa C MOBbILLEHHOMN
BbIHOC/IMBOCTBIO U CHUXXEHHbBIM PUCKOM Pa3BUTUS apTepuaibHOM
rMnepTeEH3uI.

KoovpyeT 6eTa-2-afgpeHeprmyeckinii peLerntop — MOHHbIN 6enKoBbIv
KaHas, BCTPOEHHbIV B LIUTOMIA3MAaTUYECKYO MEMOPaHY KIETKU, MEIOLLMIA
BbICOKYIO CTerneHb CPOACTBA K aApeHanMHy 1 obecrneymBatowmii
MOBbILLEHME WM CHUXKEHME METAabOIMUYECKOM aKTUBHOCTM
MHHEPBMPYEMOM TKaHW 1M opraHa. AKTVBaLIMS PELLENTOPOB Bbl3biBaET
YBENMYEHME MHTEHCMBHOCTW MIMKOreHOM3a B MbllLLax. B reHe Hanbonee
13y4YeHbl ABa nommopdmnama: GIn27Glu n Gly16Arg. MNocnenHmin cssaH

C CcepeyYHbIM BbIOPOCOM B MOKOE, MOBbILEHHOM BpoHXoAMaTaLMen

¥ BBIHOC/IMBOCTbBIO.
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Mapkepbl BbIHOC/IMBOCTU

Pe3ynbTaT reHeTU4eckoro

aHaJ1IN3a

O

FeH Monmmopdpusm FeHo™vin YacTtoTa PesynbtaTt clolol-Te g

ACE rs4341 D/D 27% MpenpacnonoXeHHOCTb K Clabow aganTaumm ==
CepaeUHO-COCYaAMNCTOM CUCTEMbI K Harpy3kaM Ha
BbIHOC/MBOCTb

ADRB2 rs1042713 G/A 50% MpeapacnonoXeHHOCTb K MOHMKEHHOMY My/ibCy =

noKoa n cpen,HeM BbIHOC/IMBOCTWA

BbIHOC/IMBOCTb MOXHO OMpefeninTb Kak CoCOOHOCTb
opraHmM3Ma nepeHoCcnTb GU3NYECKME Harpy3KmM

B TeYeHme 4MTeNbHOro nepmona BpemMeHmn. ans

ee pasBUTUS HEODXOOMMbI MPOAO/KMTENbHbIE
YrpaXHEeHUs PasfIMYHOM MHTEHCUBHOCTU (YacTo
BbICOKOM), BOBMEKAIOLLME MHOIME MblLEYHbIE MPYmrbl
1 TpebyioLme NpaBmbHOM PaboTbl CEPAEUHO-
COCYOMCTOM M ObIXaTeNbHOW CUCTEM.

Mpw Harpyskax Ha BbIHOC/IMBOCTb OCOB0 3HAYMMO
nMpaBWIbHOE paBHOMEpPHOE NMoTpebrieHe K1cropoaa
M MUTaTENbHbIX BELWECTB 19 o6ecrneyeHms opraHn3Ma
SHEPrunen B TeueHue OMTeNbHOro nepmoaa; He MeHee
BaXKHa 3KOHOMM3aLMSA TEXHMKI BbIMOSIHEH A

OBUKEH WM. TTOSTOMY HanMume 4oCTaTOYHOro
KOMMYECTBa KPaCHbIX (OKNCIIUTENbHbIX, MEATIEHHbBIX)
MbILLEYHbBIX BOJIOKOH U CHabXeHMe X OOCTaTOUHO

3akoveHue

60/bLUIMM KOJIMYECTBOM KMCIIOPOAa CEPLAEUHO-
COCYOUCTOW CUCTEMOM OBYCraBMBaeT GeHOoTUMN
cTarepa, MapadoHLa. YacTo, HO He Bceraa, HeBblcoKast
BbIHOC/IMBOCTb MOXET COMPOBOXAATHCS MOBbILLUEHHbIMM
CUIOBbIMW KayecTBamMu, 1 HAaOBOPOT.

Ha cerogHsAWHMM feHb N3BECTHO Bornee

36 reHeTnyecKx MapKepoB, CBS3aHHbIX

C BbIHOC/IMBOCTbIO, FEHETVKOM OrnpenenseTcs

nopsaka 60% aToro Kavectsa. O4HaKO BbIHOC/IMBOCTb
MOXET OblITb MOBbILLEHa PETYNSPHBbIMY TPEHUPOBKaMU,
TEKYLMM YPOBEHb Pa3BUTUS STOrO KayecTBa YerioBeka
B MEPBYIO o4epenb OnpenesseTcs He reHEeTUKOW,

a YPOBHEM TPEHMPOBAHHOCTU (HapsiAYy C JIOBKOCTbIO
OHa SABMSETCA OOHMM U3 CaMblX XOPOLO TPEHMPYEMbIX
riokasatenen)*.

Y chnep.yeMoro BbisiBJ/ieHa reHeTu4YecKasi npeapacnosioXXeHHOCTb K
CHUXKEHHOM BbIHOC/MBOCTU. 3TO cBMaeTesibCTBYeT O TOM, YTO ero Ccnoco6HoCTbL
BblAaep>XunBaTb ASIUTENIbHbIE HAarpy3ku HMxe cpegHero.

MepcoHanbHbin OHK-oTyeT: PDO962
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Mapkepbl BbIHOC/IMBOCTU

O6cnepoBaHUA

HesaBucr1Mo oT BbIGpaHHOIro BMAaa criopTa
1 GU3NYECKOM aKTUBHOCTY OBCnenyemMomy
PEKOMEHAYETCS MepPUOLMNYECKII
KOHTPOJIb FEMATONIOrMYECKMX (ODLLMIA
aHanM3 KpoBu, B MeEPBYIO ouepenb
KOMMYECTBO 3PUTPOLIMTOB U FrEMOrIOBUHA)
1 BUOXMMNYECKUX (KOMTMUECTBO MOYEBUHDI
M KpeaTUHMHA B KPOBU, aKTUBHOCTb
KpeaTUHKMHa3bl) MokasaTenem. Takxe
>enaTenbHbl mepuoanyeckme
Kapauorpaduyeckme m
cnmporpaduyeckme obcreqoBaHms.

* Heobxooyma KOHCYyJIIbTauma Bpada - crneumsanncTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauumM no NnpodunakTuke

TPEeHUPOBKM 1 BUAObI COPTa, Tpebytolwme 60/1bLLION
BbIHOC/IMBOCTU, MOAXOOAT 06CcnenyemMomMy B HEOObLLON
cTeneHu. MNoaToMy eMy pekOMeHA0BaHbl
HEMPOOO/KNTENbHbIE TDEHMPOBKY YMEPEHHOW 1NN
BbICOKOW MHTEHCMBHOCTU (B 3aBUCUMOCTU OT APYrmxX
rokasaTeneit), BO3MOXHO, CIIPUHTEPCKIME U
MpbIXKKOBbIE BUAbI criopTa. [Npy yToMiseMocTu
peKOMeHOYETCs BK/OYaTb B PaLIMOH 0bCcreayemMoro
©6aHaHbl, OBEC, LUMMHAT, CBEKJTY, BULLHIO, rpaHaT.
[OBbIWEHWIO BBIHOC/IMBOCTM MOMYT CMIOCODCTBOBaTb
Tak>Xe Mpuem xernesa 1 L-kapHUTVHa (Mpy OTCYTCTBMU
3ab60neBaHMNM WMTOBWOHOW Xenesbl, nocse
KOHCYbTaLMKM CrielmarniicTa), 3KCTPakKTOB pOAMOSbI
PO30BOW, XEHbLLEHS, 31y TEPOKOKKa™*. BbIHOC/IMBOCTD
ABMAETCS XOPOLWO TPEHMPYEMbBIM MOKa3aTeNEM.
[o3TOMY, eCriv BblbpaHHbI 06CcrenyemMbiM B UTOre B,
criopTa Bce e TpebyeT HEKOTOPOM BbIHOCIIMBOCTU, ee
MOXHO HaTpPEeHMPOBaTb 4O ONpeaeneHHOoM CTENeHM.
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Pusmnyeckasa akTMBHOCTb 1
CHMXKEeHUS Beca

Nccnepnyemble reHbl

ADRB2

ADRB3

FTO

PPARG

MepcoHanbHbin OHK-oTueT: PD0962

KopmpyeT 6eTa-2-aapeHeprmyeckumii peLerntop — MOHHbIM 6enkoBbIv
KaHan uMTon/IasmMaTMyeckom MeMopaHbl KNETKM, MMEIOLWMIA BbICOKYIO
CTerneHb CPOLACTBA K afpeHanmMHy 1 obecrnedrBatoLmin M3MeHeH S
METaboIMYECKOW aKTVIBHOCTU MHHEPBUPYEMOM TKaHW UM OpraHa.
AxTrBauma ADRB2 Bbi3blBaeT yBENMMYEHNE UHTEHCUBHOCTA
rmMKoreHonmMaa. B reHe Havbornee 1naydeHbl ABa norvmopouama: Gly16Arg
(cBsi3aH € cepeYHbIM BbIOPOCOM B MOKOE, MOBbILLEHHOM
BpoHxoOuIaTaumen U BbIHOCIIMBOCTBLIO) 1 GIN27Glu (cBa3aH ¢
OXMPEHUEM U [TIMKOrEHOIM30M, PacrafoM MMKOreHa npyt Granyeckom
aKTVUBHOCTW).

Kopupyet beTa-3-agpeHeprmyeckiin peLenTtop, Yepes KOTopbI Mof,
BO3EMCTBMEM KaTEXOIAMVHOB OMNOCPEAYETCS IMMONM3

¥ TepMoperynaums. PeLientop OeNcTBYET B aAMMNoLMTax, Moy 9TOM
MaKCMMasIbHas 3KCMPECCUst reHa OTMEYaEeTCs B ANYHMKAX, MIaLeHTe,
>KEMYHOM 1 MOYEBOM My3bIpsiX. [1oMMMOPdUN3M B reHe CBsi3aH

CO CHUXXEHMEM BbIpabOTKIM peLiernTopa B TKaHsIX, YTO 3aMeL/IAET NPOLLECC
CXNIraHMA XMpa, M acCoumMmpoBaH C Pa3BUTUEM TaKNX 3a6oneBaH|/u7|, KakK
ryunepToHMYeckast 6oMe3Hb, CaxapHbl AMabeT, OXMpeHme.

KogupyeT 2-okcoryTapaT-3aB1Cc/Myto IeMeTUMasy, KoTopas y4acTeyeT

B MOOMPUKALMM HYKIIEMHOBBIX KUCIOT. Bernok BblpabaTbiBaeTCs NoYTU
MOBCEMECTHO B OpraHu3Me, MakCUMabHO — B HEPBHOM TKaHM

1 rynoTanamyce. MoamMopdr3am aTOro reHa ceBs3aH C 3aMensIeHHbIM
UYBCTBOM HACbILWEHWA U YBENMMUYEHHbIM MOTPEBIEHMEM KaflopUiA 1 BHOCUT
©0/bLIOM BKITa4, B PasBUTHE OXMPEHUs. OAHAKO 3TOT PUCK MOXHO
CHU3UTb PerynsapHON GU3UYECKOM akTUBHOCTBIO.

KooumpyeTt ramMmma-peLenTtop npormdepaLimm nepokCMcom, KOTopbI

B OCHOBHOM MPOAYLIMPYETCH B XMPOBOWM TKaHW, B HEOOMbLIOW CTEMeHN —
B KMLWEYHUKE, XenyaKe, niaLeHTe, MOYeBOM ry3bipe, nerkmx. OCHoBHas
dYHKLMS 3TOro Befka — akTVBaLMs FTEHOB, CBA3aHHbIX C akKyMyaLmen
Xupa, anddepeHLIMPOBKON KNETOK XMPOBOW TKaHW U MUMOGIaCTOB.
BrmsieT Ha YyBCTBUTENBHOCTb Pa3/IMUYHbBIX TKAHEN K UHCYIIUHY.
MonmmopdHasi 3aMeHa B 9TOM reHe BriarornpusiTHa 1 CesisaHa ¢ bornee
HN3KOW CKOPOCTbIO POCTa XXMPOBOW TKaHW, HafMumMe HopMarnbHOM
annenM NoBblWaeT HEOOXOAMMOCTb GUIUYECKUX Harpy30K A1
rnoaAepxaHus Beca.
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dusnyeckas akTMBHOCTb AJ11 CHUXXEHUS Beca

Pe3ynbTaT reHeTUu4eckoro

aHaJ1IN3a

O

FeH Monnumopdpusm FeHo™vin YacTtoTa PesynbtaT clolol-Te g
ADRB2 rs1042714 C/G 52% MpenpacnonoXeHHOCTb K CHUKEHMIO akT1BaLMM =
MKOreHoMM3a B OTBET Ha YBENMUEHME YPOBHS
anpeHanHa
ADRB3 rs4994 /T 84% MpeapacnonoXeHHOCTb K BbICOKOM CKOPOCTU
JMMoNM3a B OTBET Ha BbIGPOC afpeHarnvHa
FTO rs9939609 A/A 20% BbICOKMIA PUCK PasBUTUSI OXUPEHUS ==
PPARG rs1801282 c/C 77% BbicoKkasi CKOPOCTb POCTa XMPOBbIX KETOK, PUCK ==

NHCYITIMHOPE3NCTEHTHOCTU

PeXIM TPEHWPOBOK A1 MOAAEPXKAHUS VUM CHUXKEHNS
BeCca [0/PKeH COCTaBATbCS C YYETOM UHOMBUVAYaIbHbIX
0COBEHHOCTEN. BakHO He TOSIbKO CTPEMUTBCS «CXKEYb»
Karnopum, Hy>KHO BblbpaTb TUM Harpy3Ku, Mpy KOTOPOM
6yneT MakCyMaslbHO abdEKTUBHO pacxo4oBaTbCs
3HEPIUS N3 XKMPOBbIX KNETOK.

3a aKTMBaLMIO pacxoa SHEPreTUYeCK X 3arnacoB
opraHusMa npuv GU3NYECKUX Harpy3kax OTBEYatoT

B MEPBYIO oYepenb apeHOpPeLEenTOpPbl, aKTUBUPYIOLLME
KaTabo/M3M Mpu UX akTUBaLMKW aapPeHanMHOM,
BblOENAIOLLMMCS MPU PUBNYECKMX Harpy3Kkax. BaxHo,
UTO OPraHU3M CHaYana pacxoayeT yrneBoabl
(rMMKOreH),a y>e NMoToM — XMpbl. TakMM 06pasoMm, As
MaKCK1ManbHOM 3POEKTUBHOCT PUBNYECKMX HAarpy30K

3aknoveHue

HEOBXOAMMO OLLEHUTb CKOPOCTb pPacnaga W YrieBoL4oB,
M XMPOoB (0ba nokasaTens ykasaHbl B pasgene
«TPEHUPOBKU A5 CHVXKEHUS BECa» MOTPEDUTENBCKOM
BEpCUK oTyeTa). MOM1MO 3TOro, Ha HeOBXOAVIMOCTb

1 3bDEKTUBHOCTb GUIUYECKMX HArPy30K BIVSIET
reHoTun no FTO, nomMMopduaMbl KOTOPOro
ACCOLMMPOBaHbI 1 prCcKaMn Habopa N3ObITOYHOrO
BECa, HO 3TV PUCKUM MOTYT ObITb CYLLECTBEHHO CHUXEHDI
perynapHbIMA GU3NYECKMMU Harpy3KaMu.

Tak>ke HY>XHO MOMHWTb, YTO OS1 CHUXKEHWSI BECa Hapsaay
C GU3NYECKUMM YMPaKHEHWAMM Heobxoamnma
KOPPEKLMS paLMOHa, 1 KOMMYECTBO MoTpebisieMblx
Kanopui B o60M criydae OOKHO OblTb MeHbLUE
KOMMYeCcTBa PacxXoayeMbix.

B pesynbTaTe reHeTM4eckoro aHanusa y o6cnenyemMoro BbisiBeHbl
npenpacrnosioXXeHHOCTb K CHUKEHHOM CKOPOCTU MeTabosIM3Ma U MOBbILLEHHas
noTpe6HOCTb B pU3NUYECKOM aKTUBHOCTU.

MepcoHanbHbin JHK-oTyeT: PDO962
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dusnyeckass akTMBHOCTb AJ11 CHUXXEHUS Beca

O6cnepoBaHUA

[MpY aKTUBHOM CHUXEHWW Beca
PEKOMEHYETCS PErynsapHbIi KOHTPOb

Beca Terla obcnenyemoro (1 pa3 B HeOento).

PekomMeHayeTcs Takxke meprognyeckm
MPOBEPSATb JMMMAHBIN MPOGUIb
obcnenyemoro (YypoBeHb TPUMMLIEPUAOB,
obLLero xonectepuHa, xonectepuHa JrBri
W JIFHIT), a Tak>Xe YpOBEHb IOKO3bl U
WHCYMHa B KPOBMW.

* Heobxooymma KOHCyIbTauya Bpada - crneunanncTa

MepcoHanbHbin OHK-oTyeT: PDO962

PekoMeHaauumM nNo NnpodunakTuke

Ob6cnenyeMoMy PeEKOMEHOYETCS MOBbICUTb KOMMYECTBO
dU3MYECKOM aKTVBHOCTU U 3aHATUM CriopToM Ao 5
4YacoB B Hefemnto. PekoMeHAyeTCs OTHOCUTENTBHO
OJmTenbHble TPEHNPOBKK (He MeHee 1,5 yaca, B vaeane
- 2 4yaca). MoXHO TpeHMpPOBaTbCS 2 pa3a B AeHb Mo 1
yacy. HenocpencTBeHHbIV TUM M MIHTEHCUBHOCTb
TPEHMPOBOK CreayeT NoAdVMpaTb MCXOOsa U3
MOTPEOHOCTU, CUOBbIX, CKOPOCTHbIX KauYecTs U
BbIHOC/IMBOCTM MO, PYKOBOACTBOM TpeHepa. [ToMMo
3TOro, 06CNeayeMoMy BaXkeH akTUBHbIM 0Bpa3 XX13HU,
6orblie ABuraTbcs B 6bITy. 1519 6onee addekTBHOro
CHW>KEHUS BECA BaXKHO CHUKEHMe obLLen
KanopuMHOCTK paLMoHa 06CcrenyemMoro 3a cyeT
OorpaHuyeHust MoTPedEHS XMPOB U YITEBOOOB —
HenkoBas AmMeTa. PekOMeHAyeTCs BKOYaTb B €ro
PaLMOH [OCTaTOUHOE KO/IMYECTBO MMLLEBbIX BOSTOKOH.
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MnepTpodpus MMokapaa

UccnepyeMbie reHbl

ACE

Pe3ynbTaT reHeTU4ecKkoro

aHaJ1IN3a

KoovpyeT aHrMoTeH3nHMpespaLlaowyi ¢epmeHT (ANd) —
LIMPKYIMPYIOLLMM BO BHEKIETOYHOM MPOCTPaHCTBE OENoK, KOTOPbIN
VrPaEeT BaxHYIO POSib B PEryALMM KPOBSHOMO AaBneHMs 1 BanaHca
3NEKTPONMTOB, KaTarM3MPYeT pacLLernieHne HeakTMBHOro
AHMMOTEH3KHa | O aKTWUBHOIO aHMMOTEH3KMHa I, CTMynMpytoLLero
CY>XXEHVEe COCYAOB W yBENMYEHME CHHTE3a allbAOCTEPOHa. [eH
3KCMPECcCMpPyeTCs B MakCHMalbHOW CTEMEHW B KULEYHVIKE, TaKXe

B NErKMX, MEHbLLE — B AMYKaX, MOOXKENYAOUYHOM xenese, noykax 1 ap.

CBsi3aH C TMMOM agarnTaumy cepaeyHo-COCYAUCTOM CUCTEMbI

K onpeneneHHoMy T1ny GU3NUYECKOM HarpysKkuM 1 pasBUTMEM
rMnepTpPobUYECKON KapaMOMNOMaTM U apTepUaribHOM rnepTeH3nN.
Heneuuns (D) B 3TOM reHe cBsi3aHa C aganTalmen cepaeqyHo-cocyamncTom
CWCTEMbI K Harpy3kaM Ha CUY 1 B TO Xe BPEMS — C MOBbIWEHHBIM PUCKOM
pPa3BUTUS apTEPUabHOM MMNEPTEH3NN 1 YCUNEHHOW runepTpobuen
MVOKapAa Mpw 3aHATUSIX CIIOPTOM.

O

leH Monmmopdpusm MeHoTVin YacTtoTa PesynbtaTt clolol-Te g
ACE rs4341 D/D 27% Mpenpacrnono)XeHHOCTb K YCUMEHHOM ==
rmnepTpodnM Mrokapaa Npu Granyeckimx
Harpyskax
MepcoHanbHbin OHK-oTueT: PD0O962 159



MnepTpodua Mmokappaa

[MoHATUE «CNOPTUBHOE CepALIE» OblNo BBEOAEHO

B 1899 r. C. XeHLeHOoM. XapaKTepHbIM/ €ro Mp13Hakamm
ABNSIOTCH YBENMYEHME Pa3MePOB M OOBEMOB MOSIOCTEN
cepaua (amnataums), rmnepTpodus CTEHOK IEBOro
Xenynouka, yBenmyeHme Maccbl MMokapaa npm
COXpaHeHUN CUCTOSIMYECKOM U ANACTOIMHYECKOM
OYHKLMM XKENyoOUYKOB, a TakxXe BO3MOXHOe
yBenmdeHune obbemMa 1 Macchl MpaBoro Xenyno4yka.
Takme naMeHeHKs pa3BrBatoTCH MpakTryeckn y 100%
npodeccroHanbHbIX CMOPTCMEHOB. Y CMIOPTCMEHOB
OVCUMIMIIMH C BbIPaXXEHHOW OMHaMUYECKON
KOMMOHEHTOW B OCHOBHOM MPOMUCXOAUT
IKCUEHTpUYecKas rmnepTpoodus (yBenmueHme o6bemMoB
Kamep 1 yMepeHHOe YTOJILLEHME CTEHOK cepaLa), Mpu
CTaTNYeCKMX BMOaX CropTa Yalle — KOHLUeHTpUnYeCKas
rmnepTpodus (yBeNMYEHME TONWMHBI CTEHOK /1IEBOIrO
Xenyaouka 6e3 yBenmueHuns ero obbema).

MNpw coyeTaHn 0BOKX BUOOB Harpy3oK pa3BMBaAETCS
CMelLaHHas rmnepTpodus NeBOro xenygoudka.B 1938 r.
I ®.J1aHroM 6binn BblOaeneHbl 2 BapuaHTa
«CMOPTUBHOIO cepaLa»: GU3MOoNormyecKmnii

1 natosnornyeckinin. KN GprUsnonormyeckoro
«CMOPTUBHOIO CepaLa» XapakTeprayeTcs yMepeHHoM
CYHYCOBOM BpadnapUTMEN, yaMHEHHbIM
MHTepBanoM PQ, yBenmueHveM BbicOTbl T-3yOLa 00 %5
BbICOTbI 3ybLa R 1 cMelleHreM nHTepBana ST Ha 1-2 MM
BblLLE M3O/MHWU; MPU MOHUTOPWHIE Takoro cepaLia
[OJSPKHA OTCYTCTBOBaTb OTpULATENbHAA AVHaMMKa.
MNosBneHmne Mpu3HakoB MMOKapAMoanCTpobuUm,
«MUFaHTCKKMX» T-3yOLIOB W BblpaXeHHOW Taxu-

3aknoveHue

1 BpaomnapUTMUM TOBOPUT O MATOSMOMMU «CNOPTUBHOIO
cepaua». PU3MoNormyeckoe «CnopTBHOE cepaLe
CoYeTaeT MakCyMaribHO 3KOHOMHOe
YHKUMOHMPOBaHKE B MOKOE C BO3MOXHOCTbHIO
OOCTUXEHMST MAaKCMMaribHO BbICOKOW
MPOV3BOANTENBHOCTU MPU GUIMNYECKOM Harpyske, Mpu
3TOM Hanbosbluee 3HaYeHME MEET auraTaums
Xenyno4YkoB. TO eCTb, «CMOPTUBHOE CeEPALIE» MOXET
CUMTaTbCS ajanTaument K NOCTOSHHbBIM GU3NYECKM
HarpyaskaM. KnmHuueckas cuMntoMaTmka (6onesom
CYHAPOM, MOBbIWEHHAs YTOMNSEMOCTb, CUHKOMalbHble
1 MPEeCcMHKOMasibHble COCTOSAHKSA) MPW 3TOM
OTCYTCTBYET.

«CropTuBHOE cepaLue» HeobXxoamMmo
onddepeHUmpoBaTb OT APYrUX (MAaTONOrMYECKIMX)
N3MEHEHWM, HanpUMep, rmnepTpodUUecKom
KapauommonaTum, KoTopasi MPeyMyLLECTBEHHO
0obycrnoBneHa MyTaLMsIM/ B FeHaX TSXerom Lenm
MNO3KHAa, TPOMOHUHA T, MMO3KH-CBS3bIBaIOLLErO
H6enka C 1 TpornomMmosrHa. DopMrpoBaHUE Xe
«CMOPTUBHOIO cepaLa» (rmnepTpodus 1eBoro
XKeMyaouKa) TOXE MMEET FeHETNYECKYIO KOMMOHEHTY

Y MEXVHOVBUAYaNbHYIO BaprabenibHOCTb, HO B 3TOM
CBSI3M Hanboee 3HauMMble pe3yssTaTbl MOMyYeHbl 41
nonmMMopdr3Ma reHa aHrMoTEeH3MHMPEBPaLLAOWEero
depmeHTa (ACE) peHUH-aHIMOTEH3MH-
anbLOCTEPOHOBOW CUCTEMbI. BaXXHOM OTNMUMTENBHOM
OCODEHHOCTbLIO CMIOPTUBHOW rMMepTpOodrM MroKapaa
ABMISIETCS ee 0OPaTVIMOCTbL MOCse MPeKPaLleHNs
TPEHVPOBOK.

[eHeTUYecKkuIA aHanU3 BbiSIBUJ Yy chnenyeMoro BbICOKUM PUCK pa3BUTUA

runepTpodum MMokapaa.

MepcoHanbHbIn OHK-oTyeT: PDO962
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MnepTpodmsa Mmokappaa

O6cnepoBaHUA

Ob6cnenyeMoMy BaxXHO MPOXOAUTb
nepuoguyeckoe (1 pas B 2-3 mMecsua unm
yalle) kapauorpaduyeckoe obcriengoBaHme
1 Y3W (mpu HeobxogumocTu - KT nim MPT)
ceppLa, 0COH6EHHO MPY MHTEHCUBHbIX
3aHATUSIX CNOPTOM (415
npodeccnMoHanbHbIX CIOPTCMEHOB
ob6crnenoBaHVsa MPOBOAATCH HE pexe 4 pas
B ron). Mpwv HapyLweHnn GyHKLMK cepaLa
M MOSIBIEHNW CUMIMTOMOB, CBSI3aHHbIX C €ro
neperpysKom, obcnenyeMomMy nokasaHo
NMPEeKPaTUTb TPEHUPOBKM AO
HopMarm3aumm napameTpoB IKI. Takxe
peKoOMeHA0BaH KOHTPOb apTepraibHOro
OaBEHNS.

* HeoBxoaMMa KOHCYbTaLys Bpada - crieupanicTa

MepcoHanbHbin OHK-oTueT: PD0O962

PekoMeHaauuKM nNo NnpodunakTuke

Mpu rmnepTpodrn Mrokapaa no Ty «CrNoOpPTUBHOIO
cepalia» BO3MOXHO HasHadveHue npenapatoB ATD 1/
nmm KpeatnHbocdata*. g ycuneHus MeTabommyeckimnx
MPOLLeCCOB B MMOKap4e BO3MOXHO Ha3HayeHue
JMMOEBOM KUCMOTbI*. 1151 YMEHbLUEH WS HAaKOMIEHNS
nakTaTta B KapAMOMMOLIMTaX BO3MOXHO Ha3HaveHne
npernapaToB KoKapbokcKiasbl*. Takke LOMONHUTEbHO
0191 YCUNEHWNS SHEPreTMYeckoro obMeHa BO3MOXHO
HasHayeHue L-KapHUTUHA, O1S YyYlleHNs TKaHEBOro
ObIXaHW - MpernapaTtoB UmToxpoma C 1 KosaH3mMa Q10*.
[Mpw BbipaXXeHHOM rMnepTpodUK U MpU3HaKax
ONCOYHKLMM MMOKapaa B Crlydae OCTpOM
HEeOobXOOMMOCTM BO3MOXHO HasHa4yeHue beTa-
anpeHo610KaTOPOB (MPOTUBOMOKa3aHbl Mpu
Opanukaparmn!), Ho CrenyeT yYecTb, YTO OHW BXOOAT B
rmepeyYeHb NpenapaToBs, 3anpeLleHHbIX BALDA (He
crieQyeT HasHavaTb MX MPOdEeCcCrOHaNbHbIM
criopTcMeHaM). g noaaep >aHus HopMasibHOro
OYHKLMOHUPOBaHUS cepalia 06creqyeMomMy BaxKHO
nosnyyaTb C MULLEN OCTaTOYHOE KOSIMYECTBO Karms
MarHus, BO3MOXEH WX OOMNOSHUTENbHbIN MpUem*.
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TpaBMaTU4yeckas
3HUedanonaTus

Nccnepnyemble reHbl

KopmpyeT anonmnonpoTenH E, Bxoaswmin B COCTaB XMIOMUKPOHOB
APOE M IMMOMPOTENHOB OYEHb HU3KOWM MIOTHOCTU. MakCMMasibHas aKCMpeccus
3TOro reHa HablAaAETCA B MEYEHU, TakKe — B MOYKaX, HagmoYeuHuKax,
XKMPOBOW TKaHW, Cene3éHke, Moare. benok yyacteyeT B OOMeHe NMnMaos
B KPOBW W1 XOnecTepurHa B Mo3re. Harnbonee yacTo nccnenyot
2 nonmmopdr3mMa, CoueTaHre KOTOPbIX 0OYyCaBmMBaeT 3 GopMbl Gerka:
E2,E3 (HopMa) 1 E4.BapumaHT E4 No JaHHbIM psifia McCcneqoBaHMii CBs3aH
C MOBbIWEHHbBIM PUCKOM OCIIOXHEH WM 1 3aTPYAHEHHbIM
BOCCTaHOB/EHVEM MPU TpaBMax ro/10Bbl (UTO MHTEPECHO, 3TOT addeKT
CUIbHEE BbIPaXeH Y AeTel 1 CHUXAETCS C BO3PaCTOM, MPW TOM YTO A4
MOXMIbIX JOLEN XapaKTepHa 60blast TAXKECTb OC/IOXHEHUN 11 6onee
TPYAHOE BOCCTaHOBMEHWE B MPpUHLMNe). KpoMe Toro, MMetoTCca AaHHble
O TOM,YTO coveTaHne HocuTenbcTBa APOE4 ¢ HanMymeM B aHaMHese
TPaBM rOIOBbl MOXET YCUIMBATL CBSA3aHHbIW C 3TVIM BapUaHTOM PUCK
pa3BUTUS 6one3HK AnbLreriMepa. HacToTa 3TOro BapuaHTa BapbupyeT
oT 10 0o 20% B 3aBUCUMOCTU OT MOMY/IALUN.

Pe3ynbTaT reHeTUu4ecKkoro
aHanusa o

FeH Monmmopdpusm FeHoT™VIn YacTtoTa PesynbtaT b dekT
APOE rs429358, E3/E4  21% CKOPOCTb BOCCTAHOBMEHMS MOCSIE TPABM FOIOBbI =
rs7412 HECKOJIbKO CHUXXEHA, MOXET ObITb MOBbIWEH PUCK

OCIIOXHEH WM
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TpaBMaTuueckas aHuedanonaTus

CoTpsiceHuns ronoBHoOro Moara (S06.0 no MKB-10)
1 TpaBMaTU4deckas aHuebanonatna (T3) (Mnm
MOCTKOMMOLIMOHHbIN cMHApPOM, FO7.2 no MKB-10),
KOTOPbI MOXET MOCefoBaTh 38 COTPSACEHMEM,
ABMSIOTCA BaXKHOM Kak MeayKo-CoLmanbHOM
npo6eMoN, Tak 1 OOHWM U3 HaKoee CePbE3HbIX
npo6eM CropTUBHOM MeauLMHbI. ExxerogHoO
TpaBMaTUYeCcKMe NOBPEXAEHWS MOIOBHOMO MO3ra
nonydaet 50-50 MiH YenoBek, i 295 yenosek
Ha 100000 HaceneHUs raHeTbl, 1 Mo OLLeHKaM -
noyt 50% HaceneHns 3eMnm B TeYeHUe XU3HW.

T3 npeacTaBnseT cobom pan HEBPOIOrNYECKX

M MCUXOMOMMYECKUX HapYyLUEH WM, 0B6YCMOBMEHHbIX
OereHepaTBHbIMU, ANCTPODUYECKUMA,
aTPOPUUECKNMU 1 PYOLIOBBIMUA M3MEHEHMSIMU
MO3rOBOW TKaHM, KOTOPble BO3HWKAIOT B pe3y/istaTe 1 B
TeYEeHe HEKOTOPOro BPEMEHW MOCSIE TPABMbl MOSIOBbI.
B HayarnbHOM OCTPOM Meproae rnocsie TPaBMbl ros10BbI
Hanbosee 3HauMMbl BO3HUKAOLWME HapyLeHNs

3aknoveHune

KpPOBOTOKa 1 3HEpPreTnyeckoro banaHca Moara,
OKCUOATUBHbIM CTpecc, B 60s1ee nosgHme nepronbl
Hanbosee CyLECTBEHHbIN BK/1A4 B MaTOreHe3 MoryT
BHOCUTb JIOKasbHbIE UM OTOANIEHHbIE OT MecTa
rnopaxeHust 0eCTPYKTUBHO-ANCTPOdUYECKe

1 perapaTyBHO-AereHepaT1BHbIE MPOLLECChHI.
CepbesHbIMM NOCEACTBMAMM TPABM FOSI0Bbl MOTYT
OblTb BEreTaTMBHO-AUCTOHUYECKUNIM CUHOPOM, CUHOPOM
JIMKBOPO-OMHAMUNYECKMX HaPYLLEHUIA, aCTEHNYECK M
CYHOPOM, MOCTTpaBMaTUUeckas rugpouedanms,
LlepebpasibHO-04aroBbI CUHAPOM, TakXKe YacTo
BblAENSIOT MOTTPaBHAMNYECK MM MMNENTNYECK NN
CUHAPOM.

MonmMMop®r3mbl B HEKOTOPbBIX MEHax CBsA3aHbl

C M3MEHEHKEM CKOPOCTU MeTaboM3Ma ankorosns
00 aleTanbaeryaa, Yto MOXeT NMprBecTy

K TOKCMYECKOMY MOPAXKEHWIO MEYEHM 1 PA3BUTUIO
OHKOJIOMYEeCKIX 3ab01eBaHnM.

leHeTMYecKUt aHanM3 BbiIBUI Y o6cnefyeMoro pakTopbl pUcka npu
TpaBMaTU4eckou 3HUedanonaTMm. PUCK NOBbILEHHOMW TAXXECTU COTPSCEHUIA

npuv yaapax rofioBbl CpenHuiA.

O6cnepoBaHUA

O6cnenyeMoMy XenaTesbHO perynspHO
MpPOXOauTb
aneKkTpoaHLuedanorpadmyeckoe
obcnenoBaHme 1 MPT rofloBHOro Mo3ra.
[Npy HEOBXOAMMOCTU BO3MOXHO
HasHaYeHMe OOMONHUTENMbHbIX
MPOPUIAKTUYECKMX U ANArHOCTUYECKIMX
obcnenoBaHMM (MMnmpoorpammMa v ap.). Mpu
TPaBMaX ro/IOBbl PEKOMEHOYETCS TakXe
KOHTPOMIMPOBaTb BHYTpUYepernHoe
[aBMEHVE HEVNHBA3MBHbIMU METOLAMM*.

MepcoHanbHbIn OHK-oTyeT: PDO962
* HeO6XOD,l/IMa KOHCyIbTauma Bpada - crneunanmcTa

PekoMeHaaUumM no npopunakTuke

Ob6cnenyeMoMy xenaTenbHO 1M3beraTb TPaBM rosioBbl U
CUTYyaLMM, CO3OaOLYIX MOBbIWEHHbIE PUCKU YAaPOB
ro/loBON. EC/v OH Bbibpan 3aHaTVs BUOaMM criopTa U
AKTUBHOCTSAMM, CBA3AHHbIMW C YKa3aHHbIMM PUCKaMu
(6okc, eqnHOBOPCTBA U T.N.),eMy CreayeT yoenmTb
ocoboe BHYMaHWe TexHUKe 6e30MacHOCTU U 3alumTe
ronoBbl. 19 MpodunakTVKM PUCKOB, CBA3aHHbIX C
BO3MOXHbIMW TPaBMaMm ros10Bbl, O6CIenyeMoMy OYeHb
XenaTenbHO OOMNONHUTENbHO MPUHMMaTb oMera-3
MHXK (03HakoMBTECh C pekoMeHAaLnsaMm
COOTBETCTBYIOLLErO pasaena)*. lNpu TpaBMax rofoBbl
BO3MOXEH MPUEM MaHHUTa (MaHHUTOMA) MU APYrX
NOAXOAAWMX OCMOTUYECKUX ONYPETUKOB*. Takxe
BO3MOXHO Ha3Ha4YeHMe HEMPOMNPOTEKTOPOB,
HOOTPOMHbIX, MEMTUAEPTNHYECKINX, aMAHOKUCIIOTHbIX,
Ba30aKTVBHbIX, PEOMO3UTUBHbIX MPEMNapaToB,
BEreTOTPOMHbIX M @aHTUIMMCTaMVHHbBIX CPEACTB (Mpw
HEOOXOAMMOCTU MPY OTCYTCTBUM MPOTUBOMOKA3aHWIN)*.
AHanbreTVkm, cegaTmBHble 1 CHOTBOPHbIE CpeacTsa
Ha3Ha4atoT MO NoKasaHWSaM*. PekoMeHayeTCs npuem
AHTUMOKCKOAHTOB 1 BUTAMUHOB rpynrbl B*. [y nydwero
BOCCTaHOB/IEHUS MPW TPaBMaTUYECKOWM
3aHLUedanonatTy MoXeT 6blTb 6riaronpusaTHa
KeToreHHas aveTa (Mpw OTCYTCTBUM
MPOTUBOMOKa3aHun), 0O4HAKO MPY 3TOM HEOOXOAMM

CTpOI’MI;I KOHTPO/b CrieuanmcTa. 163



3akouyeHue

Mbl xOoTenm bl NOOYEPKHYTb, YTO OTUYET HOCUT
MHOOPMALIMOHHDIM XapakTep. HecMoTpsa Ha TO, UTO BCS
MHPOPMaLMS B OAHHOM OTYeTe GasmpyeTcs

Ha Hay4HbIX CCNeaoBaHWAX, 9TV OaHHbIe He OO IKHbI
MICMOJIb30BATHbCS CNELMANCTOM MM APYrMA INLIAMA
01 OVarHOCTUKM 3a001EBaHMIN 1 TEKYLLLErO
COCTOSIHVS 300POBbS.

Ha ocHoBe [HK-aHanmsa MoOXXHO Oenatb BbIBOL,

O reHeTUYecKM OBYCIOBIEHHbIX OCODEHHOCTSX
OpraHM3aMa 1 MHOMBKOYabHbIX 3bGEKTOB CpeooBbIX
BO30eNCTBUN. [Py 3TOM, BIMSIHWE BHELLHMX GakTOpOB,
TaKMX KaK cpefa, MpoBpeTEHHbIE XPOHMYECKe
3ab01eBaHUs, B JAHHOM OTYETE YYEeCTb HEBO3MOXHO.
MHTepnpeTaumio pesynsratoB aHanmaa
peKoMeHOOBaHO MPOBOAUTL C YYETOM aHaMHES3a

M TEKYLLErO COCTOSHMSA 300P0Bbs O6CeQyemMoro.

>Kenaem BaM 1 BawyM obcnemyemMbiM 300POBbS
1 Gnaronosyyms!
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Heupo-

KOHCYNbTaHT

Baw OHK-TecT MoxeT obwaTbcs!

MepcoHanbHbIM HEMPOKOHCYNETaHT BO3bMET Ha
cebs pyTUHY U HaBUraLMIo, @ Bbl MOXETE CMOKOMHO
BHELPSATb PEKOMEHAALMM U OBUraTbCs K
pesynbTaTy Liar 3a LUaroM.

7] ) B

PaboTaeT c O6wwaeTcs PacnosHaeT
BawmM OHK- TEeKCTOM M epny no ¢oto
TEecTom rosiocoM

HelpOKOHCYNBTaHT — 3TO MepCOHasIbHbIN
MOMOLLHWK, KOTOPbIA CUHXPOHU3MPYETCS C BallUM
OHK-TecTtoM 1 dopmmpyeT pekomMeHgaLm ¢
YYETOM BaLLen reHeTUKM, 0Bpasa XXU3HWN K
VHOMBUOYa/IbHOrO pUTMa.

> PaccuntbiBaeT KBEXY
> Benét gHeBHWK NUTaHUs

> HanmomuHaTeT o npmémax nuwm n BALos

p» [aéT nepcoHanbHble COBETbI MO PaLOHY 1
06pasy XM3HM Ha OCHOBE MreHETNYECKMX
OAHHbIX

pr ADANTUPYeT PEKOMEHAALMN MO BaLL PEXIM
OHs

He daHTasupyeT 1 HUYEro He NMpuoyMbIBaET: BCe
pekoMeHOauUMM OCHOBaHbl UCKTIOYMTENBbHO Ha
BEPUOULIMPOBAHHOM Hay4HOM 6a3e, KOTOPOM
MONb3YyOTCH YUEHbIE U reHeTukK MyGenetics.

MoueMy s He xyneto?

C y4eTOM OCObeHHOCTEM
Ballero obMeHa BEeLLECTB U
YIMEBOOHOM peaKLMM
CHUXXEHME BECA MOXET
3aMeIsATbCs 13-3a

BbICOKOM

UYBCTBUTENBHOCTU K
ObICTPbIM YIT1EBOOAM U
HEAOCTaTOUHOrO
noTpebneHus Genka.
XoTuTe, MoMory Bam
CKOPPEKTMPOBATbL COCTaB
MPVEMOB MMM U
pacrnpeaeneHm1e Kanopuii B

TEeYeHMe OHA?

Vcnonbayrre
MOTEHLWa Ballero
OHK-TecTa Ha
MOMHYHO.

[apuM 6ecnnaTHbin
Npo6HbIA Nepuop, Mo
gr-Kogy.

3apaTtb BOnpoc
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