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PE3Y/ZIbTAT AHAJIU3A

wt variation
FeHbl Nonnmopdpusm/mytauyusn wt/wt . / ... / FeHoTtun
variation variation
BuotpaHchopmaumsa / Biotransformation
®a3a 1/ Phasel
wt, 2A, 2B, *4: 4887C>A, 4889A>G, 6235T>C !
A1 (rs1799814, rs1048943, rs4646903) v Wi/
CYP1A2 -9-154C>A, n/a (*1A>*1F) rs762551 N *1F/*1A
CYP1B1 1294C>G, Leu432Val (rs1056836) v c/C
wt, *3,*¥4: 1934G>A, delA2637 (rs35742686,
CYP2D6 53892007) \ wt/wt
wt, *¥2, *3: 430C>T, Argl144Cys (rs1799853),
-7 1075A>C, lle359Leu (rs1057910) v W
CYP2C19 wt, *¥2: 681G>A, Pro227= (rs4244285) N wt/wt
CYP2E1 9896C>G, n/a (rs2070676) v c/C
CYP17A1 -34T>C, n/a (A1>A2) rs743572 v Al/A1
CYP19A1 A1-A7 (del (TCY) A1, (TTTA)n A2-7) N A2/A7
ADH1B (ADH2) 143A>G, His48Arg (rs1229984) \ G/A
ALDH2 1510G>A, Glu504Lys (rs671) v G/G
PON1 163T>A, Leu/Met (rs854560) N Leu/Met
®asa 2 / Phaselll
GSTT1 (0/0) del/n, (+) wt N wt
GSTM1 (0/0) del/n, (+) wt v del
313A>G, lle105Val (rs1695), 341C>T, Alal14Val
GSTP1 (rs1138272) \ A/G, C/C
341T>C *4(wt), 481C>T *5, 590G>A *6, 857G>A
NAT2 *7.51,S2,S3 (*5, *6, *7) rs1801280, ~ S1/S3
rs1799929, rs1799930, rs1799931
wt, *2(Ala80Pro; rs1800462), *3A (Alal54Thr +
TPMT Tyr240Cys), *3B (Alal54Thr; rs1800460) ,*3C N, wt/wt
(Tyr240Cys; rs1142345), *4 (rs1800584)
S, F: 337T>C, Tyr113His (rs1051740); 415A>G,
RN (EPHX1) His139Arg (rs2234922) v N
®a3a 3 / Phase lll
MDR1 3435C>T, lle1145= (rs1045642) N Cc/T
KappguoackynapHbiii puck / Cardiovascular risk
NiunngHbii o6meH / Lipid metabolism
388T>C, Cys130Arg (rs429358), 526C>T,
oot Arg176Cys (rs7412). E2, E3, E4 v ES(ES
ApoClll 3238 C>G (rs5128) v c/c
NOS1 n10/n14 ((AAT)n repeats in 20 intron) N 10/14




NOS3 4/5, 6 (4, 5, 6 repeats 27 bp, intron 4) N, 5/5
NOS3 (298) 894G>T, Glu298Asp (rs1799983) N Glu/Asp
LPL 1421C>G, Ser474Ter (rs328) c/C
LEPR 668G>A, GIn223Arg (rs1137101) \ G/A
LIPC -557C>T, n/a (rs1800588) N c/T
FTO 46-43098T>C, n/a (rs1421085) N T/T
AHrMOTeH3uH-peHnHoBana cuctema / Angiotensin-renin system
AGT 803T>C, Met268Thr (rs699) Thr/Thr
2306-119_2306-
ACE 118insATACAGTCACTTTTTTTTTTTTITTITGAGACG N 1/l
GAGTCTCGCTCTGTCGCCC, I/D
AGTR1 *86A>C, n/a (rs5186) V A/A
AGTR2 3123 C>A, X xpomocoma (rs11091046) N c/C
BKR (BDKRB2) -192C>T, n/a (rs1799722) N c/c
REN 1059+83G>A (rs2368564) \ G/G
Koarynauua v KnetouHas agresus / Coagulation
F13A1 103G>T \ G/G
F2 (FII) *97G>A, n/a (rs1799963) N G/G
F5 (FV) 1601G>A, Arg534GIn (myTauua NleiaeHr) rs6025 \ G/G
FGB (Fl, FRB) -463G>A, n/a (rs1800790) N G/G
GPllla (ITGB3) 176T>C, Leu59Pro (rs5918) N T/T
PAI-1 -675 5G>4G 4G/4G
GPla (ITGA2) 759C>T, Phe253= (rs1126643) N c/c
F7 (FVII) 1238G>A, Arg413GIn (rs6046) G/G
Metabonusm romouucrenHa / Homocysteine metabolism
MTHFR 665C>T, Ala222Val (rs1801133) N c/c
MTRR 66A>G, lle22Met (rs1801394) N A/A
MTR 2756A>G, Asp919Gly (rs1805087) \ A/A
MTHFR-2 1298A>C (rs1801131) N A/C
Meta6onusm agpeHanuHa / Adrenalin metabolism
ADRB2 46A>G, Gly16Arg ((25511(312277%1?;)), 79C>G, GIn27Glu N A/A, C/G
Octeonopos / Osteoporosis
VDR 1056T>C (rs731236) N /T
COL1A1 104-441G>T, n/a (rs1800012) N G/G




CALCR (CTR) 1442T>C, Leu481Pro (rs1801197) N c/T
453-351A>G, n/a (rs9340799), 453-397T>C, n/a
ESR1 (ER) (re2234693) XxPP
BGLAP (BGP) -198T>C, n/a (h/H) rs1800247 N h/h
CaxapHbiit ganaber / Diabetes mellitus
HLA-DQA1 101,102,103,201,301;(1)(;1,501,601, puck 301, N 103/601
201,301,302,303,304,305,
HLA-DQB1 401,402,501,502,503.1,504,601,602-8, puck v 201/602-8
201, 302
CTLA4 49A>G, Thr/Ala (rs231775) N A/G
MUHTepneiikunbl / Interleukins
IL-4 -589C>T, n/a (rs2243250) c/C
IL-4RA 1727A>G, GIn576Arg (rs1801275) N A/A
TNFA -238 G>A (rs361525), -308 G>A (rs1800629) v G/A, G/G
PeuenTopbl / Receptors
CCR5 554 585del32, Ser185llefs (rs333) N wt/wt
AR (CAG) (6-40), X xpomocoma 22/25
DRD-2A 2137G>A, Glu713Lys A1(A)/A2(G) rs1800497 N A2/A2
SR (HTR2A) T>C (rs6311) c/c
PGR (PROG) I/D N D/I
TSHR 2181G>C, D727E, D727 (Asp=GAC) rs1991517 N D/E
FSHR 2039G>A, Ser680Asn (rs6166) Ser/Ser
ESR2 652+1486C>T, n/a (rs1256044) N T/T
Metabonusm yrnesogos / Carbohydrate metabolism
PPARA 1160-396G>C (rs4253778) N G/G
PPARD -87C>T (rs2016520) N T/T
PPARG 34C>G, Pro12Ala (rs1801282) N, Pro/Ala
UCP2 164C>T, Ala55Val (rs660339) \ Ala/Val
UcpP3 -238C>T (rs1800849) N Cc/T
PGC-1A
(PPARGC1A) 1444G>A, Gly482Ser (rs8192678) \ Gly/Ser
OHkomapKepbl / Oncology genes
185delAG (rs80357783), 300TG (rs28897672),
BRCA1 4153delA (rs80357711), 4158AG (rs28897689), \ wt/wt
5382insC (rs80357906)
BRCA2 6174delT (rs80359550) \ wt/wt




r‘

CHEK2 1100delC (rs555607708) \/ wt/wt
KoHTponb KnerouHoro uukna / Cell cycle control

L-MYC (MYCL1) 497-1161G>T, n/a (rs3134613) v S/S

P53 672+62A>G (rs1625895), ins16del, Pro72Arg N n/n, del/del,
(rs1042522) Arg/Pro

Metannonporteasbl (KonnareHasbl) / Metalloproteases (collagenases)
MMP1 -1719del, n/a (G>GG) rs1799750 N 1G/2G
KoHTponb Beca / Weight control
FABP2 163A>G, Thr55Ala (rs1799883) \ G/A
PLIN1 772-799G>A (rs894160) N G/A
DononHutenbHbie mapKepbl / Additional markers

ACTN3 1729C>T, Arg577Ter (rs1815739) N c/c

AMPD1 133C>T, GIn45Ter (rs17602729) N c/C

PPP3R1 (CNB1) 51/5D \ I/l

comrt 472G>A, Val158Met (rs4680) l G/A

VKORC1 174-136C>T (rs9934438) N c/T

LCT T-13910C (rs4988235) Y c/C

1 .




BBEOEHUE

FeHeTUKa yenoBeKa — O4HA M3 CaMbIX MONOAbIX U MEPCNEKTUBHbIX HayK, AOCTUXEHUA KOTOPOW
aKTMBHO MCMOMb3YIOTCA B COBPEMEHHOW MNpPeAuKTMBHOW (NpeaynpeauTenbHon) meauumHe.
CBefieHMs, KOTopble Mbl MoJiyd4aem, MPOBOAA Te WAW UHble UCCNeAoBaHWA TeHOoMa, MOMOrakoT
Balwemy neyvaliemy Bpayy B OLEHKEe pUCKa pa3BUTUA 4YacTbix 3abosieBaHMii, Nnoabope ONTUMaNbHbIX
[O03MPOBOK /IeKApPCTBEHHbIX NpenapaTtos, pa3paboTKe WHAWBUAYANbHOTO MEHIO W MPOTOKO/O0B
CKPUHMHIOBbLIX Nporpamm. Kpome TOro, reHeTMYeckme AaHHble MOryT 6biTb MCMO/b30BaHbl ANA
Bbl6Opa NpeanoUYTUTENIbHOMO TUMNa COPTUBHbIX TPEHUPOBOK.

FeHom yenoBeKa npeacrassieH 46 xpomocomamn — 44 aytocomamm 1 2 NOI0BbIMU XPOMOCOMammn: X
1 Y. [laHHbI XPOMOCOMHbIA Habop (23 napbl) NPeAcTaBieH B KaXKAOW KNeTKe Hallero opraHMsma u
HeceT B cebe 60/blUyt0 YacTb HacneacTBEHHOM WMHPOPMALMM O Hawem 340poBbe. Peanunsyertcs
HacneAcTBeHHana MHPOPMALLMA NOCPeACTBOM PaboTbl FEHOB, KOTOPbIE N1€XKaT B XPOMOCOMAX. TakMm
0bpasom, reH — 3TO CTPYKTYPHO-OYHKLMOHANbHAsA eAuHMULA reHoma. Ha cerogHswHWin geHb Y
yesioBeKka onmncaHo oKosio 20000 reHoB. KaskAabll U3 3TUX FeHOB NpeAcTaBAeH ABYyMsA Konusamu (no
O/ZIHOM Ha KaXKAyt XPOMOCOMY M3 napbl).

Cneayet OTMETUTb, YTO FEHOMbI Pa3INYHbIX /to4ei (M reHbl B TOM YKCAe) He UAEHTUYHbI. B HUX
CYLLECTBYIOT OT/IMYMA, KOTOPble Ha3blBAlOTCA MYyTaUMAMW WUAM NOAMMOpOU3MaMK. Hanuume unm
OTCYyTCTBME MyTauuii (Nnonmmopodusmos) BaMAeT Ha paboTy reHoB. [eHeTMYecKoe TecTMpOBaHMe
CBOAMTCA K TMOWCKY AaHHbIX OTAMYMI C MOMOLLbIO PAa3/IMYHbBIX MOEKYNAAPHO-BMONOTNYECKMX
MeTof0B. HalaeHHble W3MEHEeHWA MOMOTaloT MOHATb, B KAaKOM COCTOAHWMM HAXOAWUTCA TeH —
HOPMaNbHOM WAN U3MEHEHHOM. M3MeHeHHOEe COCTOSIHME reHa 4acTo CBA3AaHO C MOBbIWEHHbIM
PUCKOM Pas3BUTMA MyNbTUGAKTOPHbIX 3a601eBaHUN.




Yactble 3a60n1eBaHMA U reHeTUKa

MynbTudaKkTopHble 60NE3HN ABNAIOTCA CAMOM YacTolM NPUUYMHON CMEPTU U CHUMKEHUA KayecTBa
YKM3HU HacesieHMs 3eMHOro wapa. K Takum 3aboneBaHMAM OTHOCATCA B MEepBYO o4Yepenb CaxapHbIn
AnabeT, rmneptoHuYeckaa 6o0se3Hb, OXKUPEHMe, uwemuyeckaa 60/se3Hb cepala, OHKOJIoTUS W
MHOTU1e gpyrue.

B oT/inumMe oT MOHOreHHbIX 60sie3Helt, 06yCNOBAEHHbIX OAHON €AUHCTBEHHOM MyTauuen, ana
MyNbTUDAKTOPHbIX  3a60/1eBaHUI  XapaKTePHO  HaAMyMe TaK  Ha3blBAeMOM  FeHEeTMYeCcKowm
NpPeApPacrnoNoKeHHOCTH, 3aBUCALLEN OT 3HAYUTENIbHOTO YMUC/la TEHOB C CYMMApPHbIM (aa4UTUBHbLIM)
addeKkTom (reHeTMyeckas KoOMMOHeHTa). PeannsoBbiBaeTcs AaHHasi MPeApacrnosioKEHHOCTb MO
Bo3aelictBMem GaKTopoB BHELIHEN cpeabl (CpeaoBas KOMMNOHEHTa).

[JaHHan rpynna 3aboneBaHnii UMeeT cneayolime oco6eHHOCTH:

- 00yCcNoOBAEHbl KaK HacneACTBEHHbIMM (AKTOpPamMK, TakK W, B 3HAYUTENIbHOW CTEMNeHW,
daKTopamm BHeLLHEN cpeapl;

- CBfA3aHbl C AEeNCTBMEM MHOTUX FEHOB;

- C BO3PACcTOM YacToTa 3abosieBaHWMM BO3pacTaerT.

leHeTUYecKoe TeCTMPOBaHME NO3BONAET PELUUTb Ceaytolme 3a4a4K:

- onpeaenntb WHAMBUAYA/IbHYIO CTereHb PUcKa (Nopor 4YyBCTBUTENbHOCTM) KO MHOTMM
MY/IbTUPAKTOPHbIM 3a00/1EBAHUAM;

- CKOppeKTupoBaTb (aKTopbl OKpyKatowen cpedbl (NUTaHMe, 06pa3 KU3HKU, MPUEM
JIeKapCTBEHHbIX NPenapaToB) B COOTBETCTBUU C BbISIBEHHbIMU FrEHETUYECKMMM PUCKAMU;

- pa3paboTaTb MHAMBMAYANbHbLIA MPOTOKOA CKPUHUHIOBbLIX WMCCAEA0BaHWM A8 PaHHEero
BbIAB/IEHUA U KOPPEKLMN MYNbTUDAKTOPHbIX 3a601€BaHMUN U UX OCNIOXKHEHUN.

OnpegeneHne AOCTOBEPHOrO PUCKa PasBUTUA TOTO MM MHOMO MynbTUdaKTOpHOro 3abonesaHun
ABMAETCA CNOMHOM 3adadveit M TpebyeT TLLATeNbHOrO aHanusa MHormx $GakTopoB: Mo/, BO3PacT,
JINYHBIA N CEMEWNHbIA aHamHe3, 06pa3 KM3HU, NUTaHUe, YCI0BUA NMPOXKMBAHUA, TeHETUKA.

CyLLecTBYIOT MaTeMaTUYECKME PUCKU, KOTOPbIE OLEHMBAIOT PUCK Pa3BUTMA 3aboneBaHUii Ucxoaa
M3 [aHHbIX CTaTUCTMKM M 6e3 y4yeTa APYrMx AaHHbIX. Hanpumep, pUCK pasBuTUA apTepuasibHOW
TMNEePTEH3UN B TeYEHME XKU3HU cocTasnneT 40% ana noboro yenoseka Ha nsaHeTe. Takas cuctema
OLLeHKM PUCKA He YYMTbIBAET MHAMBMAYAbHbIE OCODEHHOCTM KaXKA0ro YesioBeKa, NOKA3bIBAET /ML b
yCpeaHeHHbIM MokasaTenb B obuwiei nonynsumMm. Tem He MeHee, MHAMBUAYaAbHbIA PUCK AR
KaKA0ro Yesi0BEKA MOMKET CYLLLECTBEHHO OT/IMYATLCA OT OOLWENONYASLMOHHOIO, B TOM YMcae U 13-3a
pasHuubl B cTpoeHun OHK.

[N Kak4oro 4enoBeka XapakTepHa YHUKaNbHaa KOMBUHaAUMA reHeTUYeCKUX NoIMMOPGU3IMOB.
MIMEHHO NO3TOMY MHAMBMAYAbHbIN PUCK YACTO OT/IMYAETCA OT CPeAHEero B NonyaauMm — y KOro-To
OH Bbllle, Yy KOro-TO HWKe. B xofe HayyHbIX MCCAef0BaHWA 6blN10  BbIABJEHO MHOXECTBO
reHeTMYECKMX MapKepoB (MyTaumit/nonnMmopdusmos), HaaMumMe KOTOPbIX Y Yes0oBEKa CBA3AHO C
MOBbILEHMEM PUCKA TEX WAM UHbIX MyNbTUhaAKTOPHbIX 3aboneBaHuin. Bnarogaps aHanuMsy 3TuUX
MapKepoB MOXHO OLEHUTb UHAMBUAYANbHbIN PUCK YesI0BEKA B CPaBHEHWUM C 06LLEeNONYAALMOHHbIM
— 3T0 Ha3bIBAETCA OTHOCUTE/IbHBIM PUCKOM Pa3BuUTUA 3aboseBaHuA.

OTHOCUTENbHBIA  PUCK  Pa3BUTUA  MYNbTUPAKTOPHOrO 3abosieBaHUA  MOXKET  cyMTaTbhCA
MOBbLIWEHHbIM WAN MOHUXEHHbIM B 33aBUCMMOCTM OT Pe3y/NbTaTOB NPOBEAEHHOrO MOJIEKYNSPHO-
reHeTMYyecKoro mnccnenoBaHusaA. MoKasaTesb abCOMOTHOIO pPUCKa ABAseTcA 6osee TOYHbIM, HO ero
pacyeT TpebyeT aHanM3a A[OMNOJNHUTENbHbLIX MOKasaTesield — MO/, BO3PacT, UHAMBMAYANbHbIA U
HacneACTBEHHbI aHaMHe3, 0bpa3s »KM3HW, YC/IOBUA cpeabl, MOKasaTeNn aHTPOMOMETPUM, AaHHble
NabopaTopHbIX U MHCTPYMEHTa/IbHbIX 06CNeA0BaHUNA.



OnucaHue uccnepoBaHus

Ona pacyeta Balero oTHOCUTE/IbHOFO PUCKA Pa3BUTUS MYyAbTUDAKTOPHbIX 3aboneBaHUn Bbin
npoBeAeH aHaN3 c/ieflyoLWmMX reHOoB:

- NOS3, ACE, AGT, AGTR1, AGTR2, BKR2, REN - HenocpeACTBEHHO Yy4aCTBYHOLINX B
perynauum apTepmnasibHoOro AaBnaeHus;

- ADRB2 - koaunpytownii beta-2-agpeHopeLenTop;

- F5, F2, F7, FGB, ITGB3, ITGA2, F13A1, PAI1l, MTHFR, MTRR, MTR - cBA3aHHbIX CO
CBEPTbIBAIOLLEN CUCTEMOM KPOBM M1 0OMEHOM rOMOLUCTENHA;

- VDR3, COL1A1, CALCR, ESR1 (ER), BGP — y4yacTBylOLWMX B MMUHEpPasbHOM MeTabonnsme
KOCTHOM TKaHW;

- APOE, APOCIII, PPARA, PPARD, PPARG, UCP2, UCP3, PPARGCIA, LPL, LEPR, FTO, FABP2,
PLIN1 - yyacTBylOWMX B OOMEHE YrNeBOA0B U }KUPOB;

- CYP1A1, CYP1A2, CYP2A6, CYP1B1, CYP2D6, CYP2C9, CYP2C19, CYP2E1, CYP17A1, CYP19,
PON1, GSTM1, GSTP1, GSTT1, NAT2, TMPT, MDR1, mEPHX, VKORC1 — oTtBeuatowmx 3a |, Il u lll pasy
OETOKCMKaLMm, meTabonnmam KCeHOBMOTUKOB, B TOM YMCJ/IE IEKAPCTBEHHbIX NPENapaTos;

- AR - perynupytowmii paboTy aHApPOreHOBOro peLenTopa;

- ADH1B, ALDH2 - oTBeTCTBEHHbIX 3@ MeTabo/IM3M aNKorons;

- IL4, IL4AR, TNFA — y4acTBYIOLLMX B Pa3BUTUM BOCNANUTENBHbBIX U aNNepPrMieckmx peakLni;

- NOS1 — koampyoWwmin HelipoHanbHyto NO-cuMHTasy 1;

- MMP1 — Kognpytowmii MeTanonpoTenHasy 1;

= DQB1, DQA1, CTLA4 - acCOUMMPOBAHHbIX C Pa3BUTUEM caxapHoro anabeta 1 Tmna;

- CCR5 — cBA3aHHbIM C BOCNPUUMUYMBOCTbIO K BUY-1 nHdpeKumu;

= L-MYC, TP53 — y4acCTBYIOLNX B KOHTPONE KIETOYHOTO LUUKNQ;

= THSR — peuenTop TMPEOTPOMNHOro ropMoHa runodpusa;

= FSHR — peuentop $OANKYIOCTUMYNPYIOLLLEFO TOPMOHA;

= PGR, ESR2 — peuenTopbl }XEHCKUX NOJIOBbIX FTOPMOHOB;

= BRCA1, BRCA2, CHEK2 - accOUMMPOBAHHbIX C BbICOKMM PUCKOM Pa3BUTUA HAC/eACTBEHHOM
(cemeitHo) dopMbl paka MOIOYHOM ¥enesbl U ANYHUKOB;

- COMT — yuacTtByloWMin B MeTabonM3ame KaTexo/NlaMWHOB (afpeHannH, HopaapeHanuH,
AobamuH v Ap);

- LCT — reH naktasbl;

- DRD2A, HTR2A - rpynnbl peLenTopos, OTBEYAKOLWMX 32 Nepesayvy HepPBHbIX MMMY/1bCOB;

- ACTN3, AMPD1 - npyHMMatoWwmx ydactme B GOPMUPOBAHUM MbllLEYHbIX BOJIOKOH, a TaKKe
obycnasnmBatowme ocob6eHHOCTU SIHEPTETUYECKMX NPOLLECCOB B HUX;

- PPP3R1 (CNB1) - perynaTopHas cybbeanHULA KanbLMHEBPUHA.

O6beKkTOM Ansa mccnegoBaHua cnyxuna Bawa OHK, KoTopas 6bina BblaeneHa CTaHAAPTHbIMU
metogamu un3 aumdountos nepudepuyeckon Kposu. [anee uenesble ydvactkm [OHK 6biam
aMnNanMeULMpoBaHbl (Pa3sMHOXeHbI) C MNOMOLLbI MPOBEAEHMA MNOAMMEPA3HON LEMHOM peakuuu.
MocneaHMm 3Tanom MNPOBOAMAACL AETeKUUAa MyTaumii/nonmmopdusmoB C MOMOLLbIO aHanusa
NoAMMOPPU3IMA ASIUHBI PECTPUKLMOHHBIX GParMeHTOB U TEXHOIOTMU BUONOTMYECKMX MUKPOUMMOB.
PasBepHyTbI CMIMCOK MCCNeAO0BAHHbIX FEHETUYECKUX MAPKEpPOB NpeacTaBieH B Buae Tabauupbl Ha
cTpaHuuax 1-5.

Pe3y/nbTaT No KaKAOMY MapKepy oTMedeH «\» :

wt/wt — romo3unrora no «AMKomy» Tuny (NoaMmopdusma He BbiBAEHO);
wt/var — reteposurota (NoaMmopdU3m BbiABAEH B OAHOM KOMNUK reHa);

var/var — romosurota no myTtaumm (NoAMMopodU3mM BbiBAEH B ABYX KOMUAX reHa).
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MpoBepeHHOe wuccneaoBaHME MNO3BOJIAET BbIABUTb MOBbIWEHWE OTHOCUTE/IbHOTO PUCKA
pa3BuTUA cheayowmx 3aboneBaHunii:

- TMNepTOHNYecKan 601e3Hb;

- BEHO3Hble TPOMbO03bl;

- TMNEPromoLUUCTENHEMMUS;

- caxapHblii gmaberT;

- OXKMpeEHUe;

- aTepoCKNepos;

- 6bonesHb Anburenmepa;

- 0CTeonopos;

- OHKOJ/IornYyeckme 3abonesaHus;
- HekoTopble popmbl Becnioams;
- BpoHxmanbHas actma 1 XOBJ1.

B 3aBMCMMOCTM OT KOMBUHALMIA, BbIABAEHHbIX Y Bac noiMMopdr3mMoB CTeneHb puUcKa MOKeT
MMETb cneaytolme rpagaumm:

- NONyAALUMOHHBIN PUCK — Balll pUCK HE OT/IMYAETCA OT CPeaHEero B MONyaaunm;

- MOHMMEHHbIW PUCK — Bbl 061agatenb NPOTEKTMBHONO reHoTUNa, Bawl pucK HWKe cpegHero
B MONyAAUMMK;

- MMHUMMAaNbHbIA PUCK — Bal PWCK HECYLECTBEHHO Bbie MOMNyAALMOHHOTO, He TpebyeT
KOppeKLuK;

- HEe3HayMTe/IbHO MOBbIWEHHbIN — Ball PWCK MOBbIWEH MO CPaBHEHWIO C MONyAAunen,
TpebyeT KoppeKLMM 06pasa KMU3HU NPU HAIMUUKN AONOAHUTENbHbBIX GAKTOPOB PUCKA;

- MOBbILWEHHbIM — Baw pWcK noBblweH, TpebyeT KoppeKkuum o6pasa KU3HW, BO3MOKHO
Ha3HauyeHue NeKapCTBEHHOW Tepanuu No yKasaHM1Io ievallero Bpaya;

- BbICOKMI — HEO6XOAMMO M3MEHEHME 06Pa3a KMU3HN U MeANKAaMEHTO3Han KoppPeKLms.

Ana HarnAAHOCTU B KaXXA0M paspene npuseseHa LuBeTHanA WKana Bawero uHanBmMAyanbHOro pucka.

HesHa4yuTeAbHO

- MoBbILLEHHbIN Bbicokum
MOBbILLEHHbIN

MoHWXeHHbIN MonyASUMOHHbIA | MMHUMAABHBIN

CreneHb MHOANBNAYA/IbHOIO PUCKA OTMEYAETCA LBETOM U 3HAKOM «®»,

Cl'le,EI,YET OTMETUTb, YTO OaHHOEe uccneanoBaHMe He AUAarHOCTuUpyert 3360}'IEBaHI/I‘r'I, Aaxe ecnn 'y Bac
BbISIBJIEH BbICOKWI PUCK no Kakol-1mbo K3 cuctem. TaKxKe AaHHOe wuccnegoBaHMe He WCKAKYaerT
BO3MOHOIO pa3BnUTUA 3abosieBaHuA B 6yp,yu.|,eN\, Jaxe ecnv Baw PUCK HNXe O6LLI,€FIOFIY]1‘FILI,MOHHOI'O. Takxe
OaHHOEe nccnegoBaHMe He 3aMeHAEeT KOHCY/1IbTauuio Bpada, HO AaeT eMmy AONOJIHUTE/IbHYHO VIHd)OpMaLI,MI-O
ANA NPUHATUA KINHNYECKUX peLIJeHVII‘;I.

Pe3ynbTaTbl MONEKYNIAPHO-TEHETUYECKOrO aHaNn3a AeNCTBUTE/IbHBI BCHO XM3Hb, X MOMHO MPOBECTM
OAHOKpPaTHO.




FeHbl perynauuMm apTepuanbHOro gasieHus

ApTtepuanbHaa runepteHsua (Al) sBnsetcA Havbonee pPacnpoCTpaHEHHOM cepaeyHo-
COCYAMCTOM NaTo/iorMen cpenm HaceneHuA nnaHeTbl. Mo AaHHbIM OTeYeCTBEHHbIX M 3apybeskHbIX
aBTOPOB, ypoBeHb 3aboneBaemocTu Konebnetcs ot 10 ao 40% (B 3aBMCMMOCTM OT Nona, Bo3pacTa u
STHWYECKOW NpuHaanexHoctn). Al pa3BMBaeTcs NPU B3aMMOALENCTBMM «reHoTUna» c daKkTopamu,
OKa3blBalOLWMMM HEBNArONPUATHOE BO3AENCTBUE HA CEPAEUYHO-COCYAUCTYIO CUCTEMY, CpeaM KOTOPbIX
BeAyllee 3Ha4YeHWe MMelT ¢GU3MYECKMe U MNCUXOIMOLMOHANbHbIE MEePerpy3kn, HenpasuibHOe
nutaHue (ynotpebieHne 60OMbLIOrO KO/AMYECTBa COAM), M3ObITOYHbIM Bec M np. HacneacTBeHHas
npeapacnonoXeHHoCTb K passutuio Al obycnosneHa HebnaronpuATHbBIM COYETAaHMEM MyTaumii B
reHax pPeHWH-aHTMOTEH3MH-AIbAOCTEPOHOBOM  CUCTEMbI,  3HAOTeNnManbHbIX  daktopos, b-
afpeHopeLenTopoB 1 Ap.

B rpynny reHoB, OTBEYAOLWLMX 33 PETrYAALMIO apTEPUAIBHOTO AABAEHNA HA PA3/IMYHbIX YPOBHSAX,
BxoaAT reHbl NOS3, ACE, AGT, AGTR1, AGTR2, BKR2, REN, COMT.

3AKAKOYEHUE

KOMNAEKCHAS OLEHKA YKA3bIBAET HA HEe3HAYUTEAbHO MNOBbILLIEHHbIN
reHeTUH4eCKMM PUCK PAa3BUTUS HAPYLUEHUH paboTbl CUCTEMbl PeryAsuuu
ApPTEPUAALHOrO AQBAEHMUS.

LLIkaAa MHAMBUAYOABHOTO PUCKA APTEPUAABHOU FMMNEPTEH3UU

He3sHa4yuTeAbHO

MoHUXEeHHbIN MonyASLUOHHBIN MUHUMAABHbBIN MoBbILWIEeHHbIN Bblicokui

NMOBbILUEHHbIN

ABCONIOTHBIN PUCK BOSHUKHOBEHUA apTepuasibHOM rMnepTeH3MM BO3pacTaeT Npu: OTATOWEHHOM
CEMENHOM aHaMHese, Ype3MepHOM MOTPebSeHNN NOBAPEHHON COMMU, NUWHUM BECE U OXMPEHUM,
MasionoABM¥KHOM 06pase KM3HWU, XPOHUYECKUX BOE3HAX LWMTOBUAHOMN Kenesbl, NoYeK, Nerkux u
cepaua, ropmoHanbHom amcbanaHce (B 4acTHOCTM Ha (OHE K/AMMaKca), XPOHMYECKOM CcTpecce,
HapYLWEHHOM PeXXMME TPyAa U OTAbIXa, XPOHUYECKUX MHbeKumax un ap.*

PaseepHymoe onucaHue.

1) TeH saHpgoTennanbHo NO-cuHTasbl NOS3, KoTopaa KaTanusupyeT peakuuto obpasoBaHUsA
okucn asota (NO) u3 L-apruHuHa B aHZoTenmmn cocyfoB. PyHkuma NO coctouT B paccnabneHuu
MbILIEYHOM CTEHKM KPOBEHOCHbIX COCYZO0B, PEeryasunum MnPOHULLAEMOCTU KNETOYHbIX CTEHOK
3HA0TENIMOLMTOB M MMMYHHOIO OTBeTa. Y4YacTByeT B peryasaumm cocyaucToro TOHyca, KPOBOTOKA U
apTepuanbHoro gasneHua. CHUXKEHMEe CKopocTM o06pa3oBaHMA OKMCM  a30Ta  Bbi3blBaeT
BA30OKOHCTPUKLMIO, B pe3y/ibTaTe KOTOPOWN MOBbILIAETCS apTepuasbHOe AaBaeHUe U yBeanYMBaeTca
BEPOATHOCTb TPOM6030B. YpoBeHb 3Kcnpeccun NO-CMHTa3bl accouMMpPyeTcs € PasAIMYHbIMU
3ab0neBaHMAMM, TaKUMM KaK apTepuasibHas runepTeHsus, nwemuyeckaa 6osesHb cepaua, recros,
aTepocKknepos, anabetmyeckana HepponaTma Npu caxapHom auabete.

B faHHOM reHe NpPoBOAMIOCH UcCaeAoBaHMe NoanMopdHbIX Mapkepos Glu298Asp (rs1799983)
n 27bp VNTR intron4 4/5. BapuaHT 298Asp NPUMBOAUT K CHWKEHUIO YPOBHA 3KCMpeccuu
sHpoTennanbHoi NO-CMHTa3bl, AacCOLMMPOBAH C MOBbILEHNWEM OTHOCUTENbHOFO PWUCKA Pa3BUTUA
apTepuanbHOM FMNEPTEH3MM M KOPOHApPHOro crnasma. BapuaHT 4/5 TakiKe HapyllaeT 3KCMpeccuto
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sHpoTennanbHo NO-CMHTa3bl, acCOLMMPOBAH C MOBbILIEHUEM PUCKA Pa3BUTUA apTepuasibHOM
rMNepTeH3um.
PesynbtaT: Npu aHanu3e BbiABAEH reHoTun 5/5 n reHotun Glu/Asp reHa.

2) TeHbl AGT, ACE, AGTR1, AGTR2, BKR2, REN KoampytoT pepmMeHTbl, ABASIOWMECS COCTaBHOM
YacTblo PEHUH-AaHTMOTEH3UH-abA0CTEPOHOBOM cnuctembl opraHnsama (PAAC). Cuctema paboTaeT Kak
eaMHOE Lesoe, OKasbiBasa BAUSIHUE HA apTepuasibHOe AaB/ieHMe U 06beM LUPKYANPYIOLLEN KPOBMU.

a) TeH AGT koaupyeT 6e/10K aHIMOTEH3MH, YYaCTBYOWMI B KOHTPOJIE KPOBAHOMO AAaB/IEeHUA U
6an1aHCca 3NEKTPONUTOB.

B gaHHOM reHe NpoBoAMIOCb UcCcaeaoBaHWe noanmopdHoro mapkepa M268T (rs699). BapuaHT
M268T npuBOAUT K MOBbIWEHUIO YPOBHA aHTMOTEH3UWHA B KPOBW, acCOLUUMPOBAH C MOBbILWEHUEM
OTHOCUTENbHOTO PUCKA Pa3BUTUA apTEPUANBHOM TMNEPTEH3UMN.

PesynbtaT: MNpu aHanuse ebiasneH reHotun Thr/Thr (romoswuroTa).

b) T[eH aHrnoTeHsuH-npespawatoulero pepmeHTta (ANP) ACE. JaHHbli 6enoK KaTanusupyet
pacuienseHMe pgekanentuaa aHrmoTeHsuHa | oo okTtanenTuaa aHrmoteHsuHa Il Obe dopmbi
AHTMOTEH3MHA MWIPaAlOT BAXKHEWNLWYK pPOJib B PEHUH-AaHTMOTEH3MHOBOM CUCTEME, PEryanpytowen
KpoBsiHOE AaB/ieHNe B opraHuame. Bropas BarkHaa GyHkums AN — aeaktmBauma 6paanKUHUHA.

B paHHOM reHe NpoBOAUIOCH UccaeaoBaHue noamopdHoro mapkepa I/D, intron 16 (rs4340).
BapuaHT D xapakTepu3yeTcsa noBblWweHHbIM ypoBHeM AlN® B KpoBKM, acCOLMMPOBAH C NOBbILLEHNEM
OTHOCUTENIbHOTO PUCKA Pa3BUTUA apTepPUaIbHON TMNepPTEH3UN.

PesynbTaT: Npu aHann3e BbifBIeH HOPManbHbIN BapuaHT (/1) reHa.

c) Ten AGTR1 KogupyeT peuentop aHrMoteHsmHa |l nepsoro Tuna. Onocpeayet
BA30KOHCTPUKTOPHYIO OGYHKUMIO: CTUMYAALMA CMHTE3a W CeKpeuuu anbAoCTepOHa, KaHanblesas
peabcopbuma MOHOB HATPUSA, CHUMKEHWE NOYEYHOTO KPOBOTOKA, Npoandepauma FMK, runeptpodus
CcepaeyvyHoM MbllWupbl, CTUMYAAUMS BbICBOOOXKAEHMA Ba3oNpeccMHa M TopMoKeHue obpas3oBaHUsA
peHMnHa.

B AaHHOM reHe npoBOAMNOCL MCCAeAoBaHWe noaMmopdHoro mapkepa c.*86A>C (rs5186).
BapuaHT C NpuBOAUT K M3MEHEHUIO SKCMPECCUM FeHa NOCPEeACTBOM CHUXKEHUA YYBCTBUTENBHOCTU K
perynatopHon mmKpoPHK miR155, accounmpoBaH ¢ NOBbILWEHNEM OTHOCUTE/NIBHOTO PUCKA Pa3BUTUSA
apTepuanbHOM rMNepTeH3un.

PesynbtaT: Mpy aHanu3e BbisiBIeH HOPManbHbINA BapmaHT (A/A) reHa.

d) TeH AGTR2 «KkoaupyeT peuenTop aHrMoteHsmHa |l BToporo Tuna. Onocpeayet
BA304MNATATOPHYO  QYHKLUMIO:  HaTpuilypeTuyeckoe  geictene, BbicBoboxaeHne NO  u
NPOCTALMKAMHA, aHTUNpoandepaTUBHOE AENCTBUE.

B gaHHOM reHe NpoBoAMAOCH UCCaeaoBaHMeE NoanMopdHOro mapkepa c.3123C>A (rs11091046).
BapuaHT A cBfi3aH C MOHWXEHMEM TPAHCKPUMNLUM U YMEHbLIEHMEM HA MNOBEPXHOCTU KNETKU
KOJIMYeCcTBa peLenTopoB aHrMoTeH3unHa Il 2-ro Tuna. AccounmMpoBaH € NOBbIWEHMEM OTHOCUTENbHOTO
PUCKA Pa3BUTUA apTepUanbHON FTMNEPTEH3UN.

Pe3synbTart: [pn aHanu3e BbiABAeH HOpManbHbIi BapuaHT (C/C) reHa.

e) TeH BDKRB2 kogupyeT peuentop bpaguMKuUHMHA, KOTOPbIA 3KCNpPeccupyeTcs B SHAOTENUM
pa3HbIX COCYA0B, SHAOKAPAE; onocpeayeT MHAKTMBALMIO BpaguKknHuHa AMN® 1 ocHoBHbIe 3pdeKTbI
b6pafMKMHUHA. ABNAETCS PYHKLMOHAIbHBIM QHTarOHUCTOM aHIMOTEH3MHA-2.

B gaHHOM reHe MpPoOBOAM/IOCH MCCAedoBaHMe nosvmopdHoro mapkepa -192C/T (rs1799722).
BapuaHT T accoummpoBaH C MOBbIWEHMEM OTHOCUTE/IbHOTO PUCKA Pa3BUTUA apTepuasibHOM
TMNepTeH3nn y eBponenLes.

PesynbTaT: Mpy aHanu3e BbisiBIeH HOPManbHbIN BapmaHT (C/C) rena.

f) Ten REN  KogupyeT  depmeHT  peHuH.  [aHHbIl 6enok  cuHTesMpyeTcs
FOKCTAr/I0MepyasapHbIMM KNETKaMM MOYEK B OTBET HA MOHWMKEHWE KPOBAHOrO AaBieHWUs. PeHuH
pacwennseT aHrMOTEH3MHOreH A0 aHTMOTeH3MHa 1 K, TakMm 06pa3om, MOBbIWAET KPOBSAHOE
JAaB/eHue.
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B paHHOM reHe npoBOAMAOCL WccnefdoBaHWe mnoaMmopdHoro mapkepa ¢.1059+83G>A
(rs2368564). BapuaHT A accouMmpoBaH C MOBbILIEHHbIM PWUCKOM Pa3BUTUA apTepuasibHOM

rMNepTeH3um.
Pe3ynbTaT: Mpy aHanM3e BbifBIEH HOPManbHbINA BapuaHT (G/G) reHa.

3) TeH kaTexon-O-metuntpaHcdepasbl COMT. KoaupyeT 6en10K — UMTO301bHbIA HEepMEHT,
Y4acTBYOLLMI B OOMEHe Pa3/IYHbIX KAaTEXO/NTAMUHOB (agpeHaNnH, HopaapeHannH, 4odaMuH).

B OAaHHOM reHe npoBoAnIOCH nccnenoBaHue noAMMopPHOro mapkepa
Val158Met (c.472G>A, rs4680). BapuaHT A NpuBOAMUT K MOHWMMKEHHOM aAKTUBHOCTM GepmeHTa,
aACCOLMMPOBAH C PUCKOM Pa3BUTUA apTepuanbHOM rMnepTeH3nmM B 3pesioM BO3pacTe.

PesynbTart: Mpu aHanuse sbiasaeH reHotnn G/A (reteposurora).

NWHANBUAYAAbHBIE PEKOMEHAALIUN*

Moaundukaums o6pasa XX13HHK:

- KOHTPOAb MACCbI TeAd B npeaeAax UMT <25 kr/m?;

- yBeAMdeHue PU3UYECKOU HArpy3kKM — peryAspHas aspobHas
(AMHaMuyeckas) cousmyveckas Harpyska no 30-40 MMHYT He MeHee 4 pas B
HeAeAlo (6er, xoAb6a, AbDKU, BEAOCUMNEA, TPEHAXEPDI);

- CHWXeHue noTpebAeHMs NOBAPEHHOMU COAU AO 5 r/cyT.;

- U3MEHEHMEe PpPexXuma TMUTAHMA C  YBEAMYEHUMEeM noTpebAeHus
PACTUTEALHOMU MULLYU, YBEAUHEHUEM B PALLMOHE KAAMS, KAAbLMA (CoAepXaTcs B
OBOLLAX, PPYKTAX, 3€PHOBbIX) U MArHUSA (COAEPXUTCA B MOAOYHbIX MPOAYKTAX),
a TAKXKE YMEHbLUEHUEM NOTPEBAEHUS XXUBOTHDIX XXMPOB;

- OrpaHM4YeHMEe HEHOPMUPOBAHHOWU PU3UYECKOMU HATPY3KM.

3 AnAa BbIACHEHUA HaAU4YMNA OOMNOJIHUTENIbHbIX d)aKTOpOB PUCKa pa3BUTUA apTepmaanoﬁ
rmnepTeH3nmn HOCOBeTyVITECb C /Qiedalmm Bpayvyom. 3TO NMOMOMKET cocTaBUTb bosnee AeTajibHble
pekomeHaaunun, npoBectn AnNarHOCTU4YeCKne UHCTPYMEHTA/IbHbIE U na60paTopr|e nccnenoBaHuA
npum nx HEO6XOAMMOCTM.




FeHbl CBeprIBaI-OLI.I,Ei;I cucrembl Kposu

Tpombodunua - natosorMyeckoe COCTOSIHME, XAPAKTepU3YoWeecs HapylleHUMeM CUCTEMBI
CBEPTbIBAEMOCTN KPOBW, MPU KOTOPOW YBEAMYMBAETCA PUCK pas3BuTMA Tpombo3a. CocTosHue
Tpombodmanm obbeauHAeT BCce HacneACTBEHHble M MNPUOOpPETEHHble HapylleHMAa remocTasa,
KOTOPbIM CBOMCTBEHHA MPEeApPacrnofiOKEHHOCTb K PaHHEMY MOABAEHUIO U peumanmBam TPombH0308,
TpOoM603M60ANI, NWeMUA U MHDAPKTOB OpraHoB. Taxesble Gopmbl TPOMOOPUANIA B AECATKM pas
MOBbILAIOT PUCK TpoMboobpasoBaHMA, NpUBOAA K Tpombo3am M amb6oAMAM, HAYMHAA C MOJI0A0r0
(mo 20—35 nert) BO3pacTa.

B rpynny uccneayembix reHOB, OTBEYAlOLWMX 33 PabOoTy CBEPTbIBAOLWEN CUCTEMbI KPOBU, BXOAAT
reHol F5, F2, F7, F13A1, FGB, PAll, ITGB3, ITGA2. KntoueBbiM/U FreHaMM AaHHOM CUCTEMbI ABAAKOTCA
reH F5, reH F2 v reH ITGB3.

3AKAKOYEHUE

Haamume usmeHeHun B reHe PAIl CBUAETEABCTBYET O MMUHUMAABHOM
reHeTU4eCkn 06YCAOBAEHHOM PUCKE PA3BUTUA BEHO3HbIX TPOMBOIMBOAUYECKHUX
OCAOXHeHuu (BT30).

LkaAa MHAMBUAYAABHOIO PUCKA BEHO3HbIX TPOMB0O30B

- - - He3Ha4yuTeAbHO - Al
MOHUXEHHbIN MonyASUMOHHbLIK | MMHUMAABHbBIN . MoBbILLEHHbIU BbicOKHH
NOBbILUEHHbIX

ABCONIOTHBIA PUCK BO3HMKHOBEHMSA BEHO3HbIX TPOMOO30B BO3pacTaeT NpPU: OTATOLEHHOM
cemeriHOM aHamHese no BT30, Ha/nMuMM MNATOreHHbIX MyTauuii B reHax NpOTMBOCBEPTLIBAOLLEN
CUCTEMBI, MNpMEeMe MepopasbHbIX 3CTPOreH-COAEPKALLMX KOHTPALENTUBOB, aHTMICTPOrEHHbIX
npenapaTos, rOPMOH-3aMEeCTUTENbHOW Tepanuu, 6epeMeHHOCTU, KypeHuu, TpaBmax, onepaumsx,
ANUTENbHOW MMMOBUAN3ALMM, OXMPEHUWU, TPAHCMNAHTALMUM OPraHOB, MOCTAHOBKE LEHTPasIbHOro
BEHO3HOro KarteTepa, rMNepromouucTeMHeEMUn, aHTUHocOOAMNUAHOM CUHAPOME, MOBbILWEHUU
KOHUeHTpaumu daktopos VIII (6onee 150%), IX, XI, npoTpombuHa B niasme Kposu.*

PaseepHymoe onucaHue.

a) TleH dakTopa ceBepTbiBaemocTM V — F5. KogupyeT OCHOBHOM Naa3maTUyeckuit 6enok,
peryavpyroLmii - ceepTbiBaHMe (KoarynsuMioo) KpoBM, BbICTynasa B KadvecTBe KodakTopa npw
npeBpaLLeHnM NPoTpomMbMHa B TPOMBUMH dakTopom X.

B faHHOM reHe MpoBOAMIOCH MccedoBaHWe noanmopdHoro mapkepa 1601G>A. BapuaHT A
(myTaums JleiioeH) NPMBOAMT K CHUMKEHUIO CKOPOCTM M aKTMBHOCTM MpoueccoB ¢ubpuHoNM3a,
aCCOLMMPOBAH C BbICOKMM PUCKOM PA3BUTUA BEHO3HbIX TDOMB03IMBOIMUECKMX OCN0XKHeHMI (BTI0).

PesynbTaT: [py aHanu3e BbifB/IeH HOPManbHbINA BapuaHT (G/G) renHa.

b) TeH daKktopa cBepTbiBaemoctn Il (npoTpombuH) — F2. KoaupyeT npoTpombuH -
T/IMKOMPOTENH, B HEAKTUBHOMW GOpMe MPUCYTCTBYIOLMI B MNJa3Me KPOBU U ABAAIOLLMICA
npeaLwecTBeHHUKOM TPOMbBMHA.

B OaHHOM reHe npoBOAMAOCH MccnefoBaHMe noanmopdHoro mapkepa *97G>A. BapuaHT A
NPUBOAMUT K MOBbLILEHMIO YPOBHA NMPOTPOMOMHA (ycnoBUS ANA rMNepKoarynsaumm), accoummnpoBaH ¢
BbICOKMM PUCKOM pa3suTtma BTI0.

Pesynbtat: MNpy aHanu3e BbiSBIeH HOPMabHbINA BapuaHT (G/G) reHa.



c) TeH uHTerpuHa 6eta-3 - ITGB3. KoanpyeT membpaHHbIA FMUKONPOTEMH HA MOBEPXHOCTU
TPOMOOLMTOB, YHaCTBYA B MpoLeccax arperaumm n GopmmpoBaHna Tpomba.

B AaHHOM reHe npoBOAWNOCH MCCAefoBaHMe noanmmopdHoro mapkepa 176T>C. BapuaHT C
NPUBOAUT K YBEJIMYEHWUIO CKNOHHOCTM TPOMOOLMTOB K arperaluu, acCoLMMPOBAH C YMeEPEHHbIM
puckom passutma BTI0.

Pe3ynbtaT: Mpy aHann3e BbifiBieH HOPManbHbIN BapuaHT (T/T) rexHa

d) TeH uHTerpuHa anbda-2 — ITGA2. Kognpyer membpaHHbIM rIMKONPOTEMH Ha MOBEPXHOCTU
MHOTUX K/JETOK, B TOM 4Muc/ie TPOMOOUMTOB, y4yacTByA B npoueccax arperaumm u GopMmnpoBaHuA
Tpomba.

B AaHHOM reHe NpoBOAMNIOCH MCCNeAoBaHMe MNOAMMOPPHOro mapkepa 759C>T. Bapumant T
acCoLMMpPYeTCs C YBEIMYEHMEM CKOPOCTU afre3nmn TpoMBOLMUTOB, UTO MOXKET ObiTb GAKTOPOM pUCKa
passutna BT30.

Pesynbtat: [pn aHaM3e BbiAB/eH HOPMasbHbIA BapuaHT (C/C) reHa

e) TeH MHrMbuTopa akTMBaTOpa NnasmuHoreHa - PAI1. KogupyeT aHA0TeNMaNbHbIN UHIMBUTOP
aKkTMBatopa nnasmuHoreHa (MAM1). [daHHbii 6enok 3ameanseTr npoueccbl ¢ubpuHONM3a U
NPensaTCcTBYET PacTBOPEHUIO TPOMOOB.

B AaHHOM reHe NpPoOBOAMIOCH UCC/ieA0BaHNE NOAMMOPPHOro mapkepa -675 5G>4G. BapuaHT 4G
accoummpyeTca C MOBbllWeHWeM KoHueHTpaumn WAIMNL1 B KpoBM, nojasneHMem MpoLeccos
dMbpMHOAN3a, UTO MOXKET ObITb PaKTOPOM pUCKa pa3suTua BTI0.

PesynbtaT: Npu aHanuse BbiaBaeH reHotun 4G/4G (romosuroTa).

f) Ten ¢mbpuHoreHa — FGB. KoaupyeT 6eTa-nonuvnentuaHyto uenb 6enka ¢ubpuHoreHa
(dakTop | cBepTbiBaHUA Kposwu). Moa pencteuem TpoMbuHa 3TOT 6en0K npesBpalaeTca B GUOPUH,
KOTOpbIV y4yacTByeT B 06pasoBaHMm Tpomba.

B gaHHOM reHe npoBoAMNOCL MUCCnefoBaHMe NoauMmopdHoro mapkepa -463G>A. BapuaHT A
accouMupyeTcss C  MOBbIWEHMEM  KOHUEHTpaumumM ¢GubpuHoreHa B  KpoBu  (ycnosus  gns
rMNepKoarynsaumm), YTo MosKeT bbiTb GaKTOpPOM pucKa passutua BTI0.

Pesynbtat: [p1 aHanM3e BbiABIeH HOPMasbHbIK BapuaHT (G/G) reHa

g) Ten daktopa cBepTbiBaemoct Xlll - FI3A1. Koanpyet Al-cybbeamMHuLy CBEPTbIBAIOLLErO
¢dakTopa Xl - 6enka, OTBETCTBEHHOrO 33 3aK/OUMTE/IbHYIO CTaguio GOPMMPOBAHMA KPOBSAHOIO
CrycTKa.

B AaHHOM reHe npoBOAMNOCL MCCAegoBaHWe nonMmopdHoro mapkepa 103G>T. Bapumant T
CBA3aH CO CHMXXEHWEM aKTUBHOCTM GpepMeHTa, MOXKET HOCUTb MPOTEKTUBHbIN 3PPEKT (CHUNKAET PUCK
pa3sutua BT20).

Pesynbtat: [pn aHanm3e BbisBieH BapuaHT (G/G) reHa, He ABAAIOLLMIACA NPOTEKTUBHbIM.

h) TeH d¢akTopa cBepTbiBaemoctM Kposu VII (npokoHBepTuH) - F7. KoaupyeT 6enok,
YYaCTBYIOLWMA B MpoLeccax Koarynaumu, aktueBupyAa GakTopbl CBepTbiBaHMA KpoBu X u IX B
NPUCYTCTBUM BUTaMMHA K.

B AaHHOM reHe npoBOAMNOCb MccnefoBaHue noanmopdHoro mapkepa 1238G>A. BapmaHt A
CBA3aH CO CHUMMKEHWEM aKTUBHOCTU depMEHTa, MOXKET HOCUTb MPOTEKTUBHbIN 3dEKT (CHUMKaEeT pUCK
pa3sutua BT20).

PesynbtaT: Npu aHanuse BbisiBeH BapuaHT (G/G) reHa, He ABNAIOLLMIACA MPOTEKTUBHbIM.

UHANBUAYAABHbIE PEKOMEHAALNN*

- ChNeuUaAbHbIX HpO(bMACIKTW-IeCKMX U MEAUKAMEHTO3HbIX Mep He TpeﬁyeTCﬂ.

- no pPe3yAbTATaM reHeTu4eckoro UCCAEAOBOHUA OrpGHM‘-IeHMl:i Uu
npOTMBOHOKCBOHMﬁ K UCMNMOAb3OBAHUIO nepopaAAbHbIX 3CTpPOreH-
COAEPXALWNX KOHTPALLeNTUBOB HE BbIABA€HO.

*p,ﬂﬂ BbIACHEHUA HanN4nAa OONOJTHUTE/NNbHbIX d)aKTOpOB PUNCKa pa3BUTUA BEHO3HbIX Tp0M603M60IIVI‘-IeCKVIX
OCNOXKHEHU ﬂOCOBETyﬁTECb C n1evalimm Bpayvyom. 9TO MOMOMKET COCTaBUTb bonee AeTa/ibHble peKOMeHaAaunm,
npoeectn AMarHoCTu4eCkne MHCTpymeHTa/ibHble U na60paToprle nccnenoBaHMAa npu nx HeO6XO,£I,VIMOCTVI.
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FeHbl 06MeHa romouucTenmHa

donvesBas Kucnota (BOAOPACTBOPUMbBIN BUTaMUH Bg) M eé meTtabonutbl (donatbl) urpatot
BaYKHYIO POJib B }KM3HEAEeATENbHOCTM opraHu3ma. HapyleHusa cuctembl ¢onaTHOroO LMKAA NpUBOaAT
K HaKOMNEHMI FOMOLMCTENHA B K/IETKAX M MOBbIWEHUIO 06LWEero ypoBHA roMoLMCTEMHA B M1a3Me,
YTO, B CBOID OYepesb, MOXKET MPUBOLAUTDL K MOBPEKAEHMIO BHYTPEHHEN CTEHKM COCYAa.

MyTaumm B reHax obmeHa TrOMOUMCTEMHA aACCOLMWMPOBAHbI C MOBbIWEHWEM YPOBHSA
romoumcTeMHa naasmbl KpoBu. NMommmo TpomboduamMyeckoro AencTBmMa romoumcteMH obnapgaet
BbIPa)KEHHbIM TOKCMYECKMM W aTeporeHHbIM AencTBMeM. BbICOKMIA ypoOBEHb TOMOLMCTEMHA
(rmnepromoumctenHemmn) - HEe3aBUCUMbI dakTop pucka pa3BuTUA BEHO3HbIX
TPOMB03IMBONNYECKUX OCNOXKHEHUI (BTI0), ocnoxKHeHuit bepemeHHOCTW, AedeKToB pasBUTUA
HepBHOM TPybOKKM y Na0Aa, NOBPEXAEHMA BHYTPEHHEN CTEHKU COCYA0B M BO3HUKHOBEHUA CEPLEYHO-
cocyancTbix 3aboneBaHnin (aTePOCKAEPO3 COCYA0B U €ro OC/IOXKHEHMA).

B rpynny reHoB, oTBeYaoLWmx 32 06meH romounctTenHa, sownu reibl MTHFR, MTRR, MITR.

3AKAKOYEHUE

KomMnAekcHAsi OLEeHKA YKA3bIBAET Ha MMWHUMOAbHbIA FT€HEeTUYECKUH PUCK
pasBnuTUa runeproMounCTtenHe MUN.

LkaAa MHAUBUAYQABHOIO PUCKA FMNEProMouUCTEUHEMUU

HesHa4yuTeAbHO

MoHWXKeHHbIN MonyAAUMOHHBLIM | MMHMMAABHbBIH MoBbIWIEeHHbIN Bbicokum

NOBbILLUEHHbIN

ABCONIOTHbBIN PUCK BO3HUKHOBEHUS TMNEPTOMOLIUCTEMHEMUN BO3PACTAET NPU: HEA0CTaTOYHOCTH
noTpebneHns WanM yCBOSIEMOCTM BUTaMMHOB Bg M By, ©&0AMEBOM  KUCIOTbI, MOYEYHOM
HeAOCTaTOUYHOCTM, KYPEeHMU, NpUMeMe HEeKOTOPbIX JIeKaPCTBEHHbIX MpenapaTtos (TakuMx Kak,
METOTPEKcaT, Mapasui, HUKOTUHOBOM KUCAOTbl, GEHUTOUH, TeoPUNIUH, TPULMKINYECKME
AHTUAENPECCAHTbI, Opa/ibHble KOHTPALLENTUBbI), TMNOTUPEO3E.

a) TeH metuneHTeTparnapodonatpenyktasbl MTHFR. KogupyeT BHYTPUKNETOUHbIA pepmeHT,
Y4aCTBYIOLLMIA B MPEBPALLEHUN TOMOLUCTENMHA B METUOHMH.

B paHHOM reHe NpoBOAMIOCH McCledoBaHMe NoAMmopdHoro mapkepa 665C>T. BapumaHnt T
aCcCoOLMMPYETCs C NOHUMKEHMEM aKTUBHOCTM depmeHTa (Ha 30-40% B reTepo3nroTHOM COCTOAHMM, Ha
60-70% - B rOMO3UTOTHOM), YTO MOXKET NPUBOAUTL K HAKOMJEHUIO TOMOLMCTENHA.

Pe3synbTart: [pn aHanu3e BbiABAeH HOPManbHbIi BapuaHT (C/C) reHa.

MpoBoaunock nccneposaHne noanmopdHoro mapkepa 1298A>C. BapuaHTt C accoummnpyetca
NMOHUXKEHNEM aKTUBHOCTU GEPMEHTA, YTO MOXKET NMPUBOAMUTL K HAKOMIEHMIO FOMOLMCTENHA.

PesynbtaT: Npu aHanuse ebiasneH reHotun A/C (reteposurora).

b) TeH meTMOHMH-cMHTa3bl-peaykTasbl — MTRR. KogupyeT uuTonnasmaTuyeckuii dbepmeHT,
yyacTBYHOWMIA B OONbLIOM KOAMYECTBE OUOXMMWMYECKUX peaKkLMi, CBA3AHHbIX C MNEePeHOCOM
METUIbHOM rpynnbl (B TOM Yncie ob6paTHOE NpeBpaLLeHMe rOMOLUCTEUHA B METUOHMH).
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B AaHHOM reHe npoBOAMAOCb WUCCAeAOBaHWE MoAMMOPPHOro mapkepa 66A>G. BapuaHT G
accouMMpyeTcs WM3MEHEeHMeM KaTa/IMTUYECKUX CBOWMCTB ¢epMeHTa, UYTO MOXKEeT MpUBOAUTL K
HAKOM/IEHWNIO TOMOLIUCTENHA.

Pe3ynbtaT: Npu aHan3e BbifABEH HOPManbHbIN BapuaHT (A/A) reHa.

c) TeH MeTMOHWH-cMHTasbl — MTR. KoaumpyeT uuTOnaAasmMaTUYecKuMin  bepMeHT,
KaTaIM3UPYIOLLMIA NOBTOPHOE METUNMPOBAHME FOMOLMUCTENHA C 06pa3oBaHMEM METUOHMHA.

B gaHHOM reHe npoBoAM/IOCL UcCedoBaHWe nonMmopdHoro mapkepa 2756A>G. BapuaHT G
accoUMMpyeTcAa M3MEHEHMEM KaTa/IMTUYECKMX CBOMCTB QdepmeHTa, 4YTO MOXKeT npuBoanUTb K
HAKOMJIEHUIO TOMOLLUCTEMHA.

PesynbTat: [pun aHann3e BbisBeH HOPManbHbI BapmaHT (A/A) reHa.

WHANBUAYAAbHBIE PEKOMEHAALNN*

- AueTta 6oratas ¢POAMEBOM KUCAOTOM U BUTAMMHOMM Tpynnbl B. PoAuesas
KACAOTA COAEPXMUTCA B 3€A€HM (CAAAQT, METPYLUKA, LUMNWMHAT), BO MHOIMUX
oBowiax (KanycTa, MOPKOBb, NMOMMAOPLI), YEepHOM XxAebe, cybnpoAyKTax
(neYeHb, MO4KH), TOBAXbEM MACE, ANLLAX (XKEATOK); BUTAMUH Bs (NMMPUAOKCHH) —
B NeYeHH, YepHOM XxAebe, 6G0060BbIX; BUTAMUH Bi2 — B roBsXXbeu Me4YeHU M
NOYKAX, B N€4YE€HMU pbIb.

*,D,J'IFI BblIACHEHUA Ha/n4ynA AONO/THUTE/IbHbIX Cl)aKTOpOB PUCKa Pa3BnUTUA
rmnepromoumncTtenHeMmnn I'IOCOBETyl}'ITer C Jnevyauwum Bpa4vyom. 3TO NOMOXKEeT coCTaBUTb bGonee
AeTa/ibHble peKomeHadauunun, nposectn AUNarHoCTu4eCkne WUHCTPYMEHTa/IbHbleE U na6opaTopr|e
ncecnenoBaHMA npu nx HEO6XO,CI,MMOCTM.




FeHbl, yyacTBylowMe B 06MeHe KUPOB U yrneson08
(npeppacnono»KeHHOCTb K caxapHoMy AuabeTty 2 TMna U 0XKMPEHUIO)

CaxapHbii guabetr 2 Tuna - OAHO M3 CaMbIX PACMAPOCTPAHEHHbIX MYAbTUDAKTOPHbIX
3abonesaHun. [laToreHeTMYeckn AaHHas 6one3Hb 0bycnoBieHa abcoNOTHOM UM OTHOCUTENbHOM
HeAO0CTaTOYHOCTbIO WMHCYAMHA, XapakTepusyetca rpybbim HapyweHuem obmeHa yrieBogoB C
rmneprankeMmen U rioKosypuen, a TakKe ApyrMmu HapyLeHUamMmmM obMeHa BeLLLecTB.

Mo gaHHbIM BO3, KONMYECTBO OONbHbLIX CaxapHbiM AuMabeTom B mupe cocTaBnaseT 6onee 180
MUWINOHOB YesioBeK. MpoaoKUTENbHOCTb *KU3HWU BO/bHbLIX caxapHbiM Anabetom Ha 30% meHblue,
Yem B CpefHeMm y HacefieHMA MaHeTbl, HO CaMbIM HaCTOPAXKMBAOLWMMWN MOKa3aTENAMKN ABNAIOTCA
HeBMAaHHble TemMnbl pocTa 3abosieBaemMocTM U CMepTHOCTU. [na passButua 3aboneBaHua Mmeet
3HaYeHWe CeMeNHbI aHaMHe3, ayTOMMMYHHbIe MPOLECChbl, COCYAUCTble HapyLIEeHWUA, OXUPEHUe,
NCUXUYECKU N OMBMYECKM  CTpecc, BUPYCHble WUHOEKUMW, a TaKXKe TreHeTuyecKas
npeapacnosioKeHHOCTb.

BblaenawoT psag reHoB, y4acTBYHOLWMX B mMeTabosmsme yrnesBoAoB U XKUPOB, U3MEHEHUA B
KOTOPbIX MPMBOAAT K NMOBbILIEHUIO PUCKA PAa3BUTUSA caxapHoro agnabeTa 2 Tvna.

3AKAKOYEHUE o cTeneHn pucka passmutms amaberta 2 Tuna

KomMnAekcHas oL,eHKa yKa3biBA€T HO MUHMMOAABHbIM FEHETUHECKUIA PUCK
POA3BUTUS HOPYLUEHUA YTAEBOAHOTO U XXMPOBOTro o6MeHa (caxapHbin auaber 2
TMNAQ).

LLIkaAa MHAMBUMAYQABHOFO PUCKA caxapHoro amabeTa 2 Tuna

He3sHa4yuTeAbHO

MOHWXXEHHbIN MonyAAUMOHHBIX | MMHMMAABHBIH MoBbIWIEeHHbIN Bbicokum

NMOBbILUEHHbIN

ABCONIOTHBIN PUCK BO3HMKHOBEHMA CcaxapHOro auabeta 2 Tuna BO3pacTaeT Npu: cEMeMHOM
aHamHe3e 3abosieBaHUA, MeTaboNMYECKOM CUHAPOME, OMKUPEHUWU, apTepuasibHOW rUnepTeH3uu,
ANCAUMNONPOTEMHEMUMN, MANONOABUMKHOM 06pase XU3HKU, CUHAPOME MNONAUKUCTO3HbIX AUYHUKOB,
YacTbIX cTpeccax, 3aboneBaHMAX cepaeUYHO-COCYANCTON CUCTEMbI, recTallMOHHOM AnabeTe 1 ap.

Mo cTaTUCTMYECKUM AaHHbIM, 6onee 1 munamnapaa YenoBek B MMPe MMEIOT U3BbITOUYHbIN Bec, a
13 Hux 300 MUNNMOHOB CTPAAAOT OXMMPEHMEM. ITO O3Ha4yaeT, YTO KarKAbli CceAbMON XKuUTenb
naaHeTbl UMeeT U3BbITOUYHbIN Bec.

B *KMpOBOW TKaHW MOCTOSIHHO MPOTEKalT MeTaboMyeckmne NpoLeccbl — AUMNOAN3 U IUMOreHes.
Jiunonns — BbICBOOOKAEHME KUPHbIX KUCAOT W3 HEWUTPASbHOTO XMpPa B KUPOBOW TKAHW,
COMPOBOXAAETCA YMEHbLUEHUEM ee KOJINYecTBa, MNPOUCXOAUT, KOoraa nuwa He nocTynaeT B
opraHmam. MupHble KUCNOTbl MNOCTYNakT B KPOBAHOE pPYyC/I0O WM  [OCTaBAAIOTCA KPOBbIO K
nepndepuyeckMm TKaHAM, [N1aBHbIM 006Pa3oM, MbIWLLAM WM MUOKApAy, KaK WCTOYHUK 3SHEpPruu.
JlunoreHes — nNpPOTUBOMO/NIOXKHOCTb /INMOAN3Y, TO €CTb CUMHTE3 HOBOTO KMpa npu U3bbITKE
3HepreTMYecKMx pPecypcoB B opraHMsame (Hanpumep: runepravkemus). MNoaaeprkka paBHoOBecCUs
MeXAy NUMNONN30M W JIMMOFEeHe30M - C/I0XKHAaA CUCTEMA HEMPOropMOHasbHbIX M TYMOPAAbHbIX
¢dakTopoB. B Hein yuacteytoT LHC, KOHTpperyampytowme TropmMoOHbl, WHCY/IMH, [/1I0KO33,
XOJIELLUCTOKMHWH, FTOPMOHbI KMPOBOW TKAHU — aAWMMNCUH U NENTUH, HeMpoTpaHcmuTTepbl B LIHC —
HOpaAPEHANNH, CEPOTOHWH, ONMOUAbI, LONAMMH.

B pa3BUTMM OXUpPEHUA reHeTMYecKne GaKTopbl UTPAOT BaXKHYHO POJb, HapyLwasa 6anaHc mexay
IMNOIN30M M nMnoreHesom. M3meHYMBOCTb Macchl Xupa y 4yesnoBeka Ha 30-50% obycnosneHa
reHeTu4eckMMmn daktopamu. [eHHble MyTauuu, KOTOpPble MOTYT BbI3blBAaTb OXUPEHUE, TaKKe
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CI'IOC06CTBleT Pa3BUTUIO CaXapHOro ,D,M36ETa BTOPOro tmMna n Apyrux aHAOKPUHHbIX 3aboneBaHUM.
Hanbonee yacto 3To CBA3aHO C MyTauMAMMN B TeHax, KOAUPYHOLWNX 6enKM cUrHanbHom cnucremsl,
OTBETCTBEHHOM 3a perynaunto KOMYeCTBa 3SHEPTUM, 3anacaemon B Buage Xupa B OpraHname.
Hanunuune MYTaLI,MVI B reHax mnnaHoro wm yrnesoaHoro obmeHa MoKeT npmeectn K pPas3BuUTUIO
OXUNUpPEHNA, PE3UCTEHTHOIO K CTAaHAAPTHbIM TUNAM OUNET.

3AKAIOYEHUE o cTeneHu puCKa OXXKMpPEeHUs

KOoMnAeKCHasiT OLEeHKA YyKAa3biBAeT HA HE3HAYUMTEAbHO MOBbILUEHHbIN
reHeTU4eCKMU PUCK PA3BUTUA HAPYLUEHUU YTA€BOAHOINO U XMPOBOro o6MeHa
(oxupeHue).

LLIkaAQ MHAMBUAYAABHOTO PUCKO OXUPEHUS

- - - He3Ha4yuTeAbHO - Al
MOHUXEHHbIN MonyASUMOHHBLIK | MMHUMAABHbBIN . MoBbILLEHHbIU BbicOKMH
NOBbILUEHHbIN

ABCONIOTHBIN PUCK BO3HWKHOBEHUA OXUpeHna BO3pacTaer npwu: nepeegaHunn,
H6C6aﬂaHCMDOBaHHOI‘;1 aunerte, HU3KOM CbM3MLIECKOl\/'I dKTUBHOCTU, CTPECCOBbLIX CUTYyaUMNAX, HapyLwleHnn
B LUEHTpax annetunta, CHUXEHWN adaNTUBHOINoO TepMoreHesa, rMnepuHCyIMHeEMUn, n36bITKE
KOpPTU30/,1a, HeAOCTaTKe 3CTPOreHoB 1 4p.

B rpynny reHoB, oTBeYalLWMX 3a YI/1E€BOAHbIN U }KUPOBON obMeH, BxoasT reHbl PPARA, PPARD,
PPARG, UCP2, UCP3, PPARGC1A, APOE, APOCIII, ADRB2, COMT, LPL, LEPR, FTO, FABP2, PLIN1.

a) TeH anbda-peuentopa akTMaTopa nepokcnucom PPARA. KnwoueBoW perynstop AMNUAHOrO
obmeHa n romeocTasa r1toKo3bl. OnocpesyeT 6eTa-OKUCAEHNE KUPHbBIX KUCNOT B MEPOKCMCOMAX M
MUTOXOHOPUAX.

B AaHHOM reHe npoBOAMIOCH UcCedoBaHMe nommopdHoro mapkepa 1160-396G>C. BapuaHT C
CBSI3aH CO CHUMMKEHMEM PEeryiaTopHOM aKTUBHOCTM AAHHOrO reHa, accouMmpoBaH C MOBbILEHUEM
PUCKa pasBUTUA caxapHoro anabeTa 2 TMNa 1 aTepoOCKIeposa.

PesynbraT: MNpy aHann3e BbiABEH HOPManbHbINA BapuaHT (G/G) renHa.

b) TleH peuenTopa akTMBaTopa Npoandepaumm nepokcucom aenbta PPARD perynupyet 6eTa-
OKUCNEHWE HKUPHBIX KUCNOT U SHEPTETUYECKMIA TOMEOCTA3.

B gaHHOM reHe NpoBOAWMAOCH UcC/efoBaHWe nonMmopdHoro mapkepa c.-87C>T (rs2016520).
BapuaHT C cBf3aH C MU3AMEHEHHOMN GYHKLMEN peLLenTopa, acCoLMMPOBAH C HapYLLEHUAMW TUMULHOTO
W yrneBogHoro obmeHa.

Pe3synbTart: [pun aHanu3e BbiABIeH HOPManbHbIl BapuaHT (T/T) reHa.

c¢) TeH peuenTopa akKTMBaTopa npoaudepaumMm nepokcnmcom ramma PPARG - daKtop
TPAHCKPUMNLMK, KIHOYEBOM perynatop 6eTa-OKUCNEHUA KUPHbIX KUCAOT, AnddepeHuMpoBKU
a4MMNoOLMUTOB M TOMEOCTasa MoKO3bl.

B gaHHOM reHe npoBoAMAOCh UccaeaoBaHUe noanmopdHoro mapkepa Prol2Ala. BapuaHTt 12Ala
M3MeHAET YPOBEHb 3KCMPECCUN reHa, acCouMMPOBAH CO CHUMKEHWEM PUCKA Pa3BUTUA CaxapHOro
Anabeta 2 TMNA U MHCY/IMHOPE3UCTEHTHOCTU (NMPOTEKTUBHBIN annenb). Tem He MeHee HOCUTENAM
[AHHOro BapMaHTa peKoMeHZ0BaHa AMeTa C MOHUMKEHHbIM COAePKaHNEM HaCbILLLEHHbIX *XUPOB.

PesynbtaT: MNpu aHanuse BbiaBneH reHotun Pro/Ala (reteposurora).
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d) TeH KoakTMBaTOpa l-anbda-peLenTopa aKTMBaTopa nepokcucom PPARGCIA perynvpyet
afanTuBHbLIA TepmoreHes, MeTabonM3M [/10KO3bl UM UPHbIX KUC/OT, Y4yacTBYeT B MpoLeccax
SHepreTMyecKkoro romeocrasa.

B gaHHOM reHe npoBoAMIOCH UcciedoBaHWe noaMmopdHoro mapkepa Gly482Ser (rs8192678).
BapuaHT 482Ser accouMuMpoBaH C MOBbIWEHHbIM PUCKOM Pa3BUTUA MHCYMHOPE3UCTEHTHOCTU U
caxapHoro guabeta 2 Tuna.

Pesynbtat: Mpun aHanu3se BbiaBneH reHoTmn Gly/Ser (reteposurora).

e) TleH pasobuwatowero 6enka 2 UCP2 yyactByeT B BblpaboTke pepmeHTa, NpenaTcTBYHOLLErO
BblpaboOTKE MHCY/IMHA KNETKaMM MOAKENYAOYHOM »Kenesbl B YCA0BUAX NMOHUMKEHUA YPOBHA caxapa.
TakXKe WrpaeT BaKHYIO pPosb B MNOAAEP)KAHMM TemnepaTypbl Tena - pacceMBaHWE MPOTOHHOrO
rpafmeHTa, npesBpalleHMe CoXpaHeHHOW 3Heprum AT® B Tennosylo 3Hepruto 6e3 ee 3anacaHuA B
BUAE KMPOBbIX OT/IOXKEHU.

B mAaHHOM reHe npoBogMaoCh MccnegoBaHue noanmopdHoro mapkepa Ala55Val (rs660339).
BapuaHT 55Val npuBOoAMT K MOBbIWEHUIO YPOBHA TpaHcKpunuum MPHK B KMpoOBOM TKaHW,
acCoOLUMMPOBAH CO CHUMKEHMEM pPUCKA pPaA3BUTUSA OMUPEHMA U caxapHoro pguabeta 2 Tuna
(NpoTeKTUBHbLIN annensb).

PesynbTart: Mpun aHanuse sbiasaeH reHotun Ala/Val (reteposuroTa).

f)  TeH pasobuwatowero 6enka 3 UCP3 yyacTByeT B TPAHCMOPTUPOBKE U OKUCIEHUMU KUPHbIX
KMUCNOT, onpefeneHnn 4YyBCTBUTENIbHOCTU K MHCY/AMHY. MrpaeT BaXKHyH poab B MNOAAEpPrKaHUK
sHepreTMyeckoro 6asaHca B OpraHnsme.

B naHHOM reHe npoBOAMIOCH MUccnenoBaHMe noanmopdHoro mapkepa -238C>T (rs1800849).
BapuaHT -55T nameHAeT ypoBeHb 3KCNPECCUN FreHa, acCoOLMMPOBAH C NOBbILEHMEM PUCKa Pa3BUTKA
caxapHoro guabeta 2 TMna v OXMPEHUA.

Pesynbtat: Mpn aHanuse BbiasneH reHoTvn C/T (reteposurota).

g) TeH katexon-O-meTuntpaHcpepasbl COMT yyacTByeT B 06MeHe Pas/IMYHbIX KaTexoslaMUHOB
(appeHanuH, HopagpeHannH, AodpammH).

B maHHOM reHe npoBoAMNOCH UcciedoBaHne noanmopdHoro mapkepa Vall58Met (c.472G>A,
rs4680). BapuaHT A NpuBOAUT K NOHUMKEHHOM aKTUBHOCTU pepMeHTa, acCoLMMPOBaH acCoLMUPOBaH
C PUCKOM PasBUTUA abAOMUHANBHOTO OXKUPEHUS.

Pesynbtart: Mpu aHanuse sbiasaeH reHotnn G/A (reteposurora).

h) TeHn beta-2-agpeHopeuentopa ADRB2. [aHHble peuenTtopbl pacnonaratoTcA
NPenMmyLLecTBEHHO Ha NOBEPXHOCTU KNETOK MMaAKMX MbllL, GPOHXMOJ, apTEPUI CKENETHBIX MbILULL,
MeyeHM U KUPOBOM TKAHW. OKa3bIBAlOT BAMAHME Ha COMPOTMBAEHWE AbIXaTesibHbIX MyTen
(6poHxoamnatauma) n metabonnyeckme npouecchl (yBeanvyeHne MHTEHCUBHOCTM [/IFOKOHEOreHesa U
rIMKOreHo/In3a B OpraHax-MuLIeHsX).

B pgaHHOM reHe npoBOAMIOCH MUCCNeAOBaHWe noanmopdHoro mapkepa 46A>G (Glyl6Arg,
rs1042713). BapuaHT A46 accouMMpoBaH C MOBbIWEHHbIM PUCKOM pPa3BUTUA MeTabonnyeckoro
CMHAPOMA.

Pe3synbTart: [pun aHanu3e BbiABIeH HOPManbHbIN BapuaHT (A/A) reHa.

B pgaHHOM reHe npoBOAMNOCH MUcCCAeAoBaHMe noanmopdHoro mapkepa 79C>G (GIn27Glu,
rs1042714). BapuaHt G79 accoummpoBaH C NOBbIWEHHbIM PUCKOM PasBUTUS OXKUPEHUS B 3pPe/iom
BO3pacTe.

Pesynbtat: MNpu aHanuse BbiaBneH reHotun C/G (reteposurora).

i) TeH peuentopa nentuHa LEPR. JlenTMH - nNenTUAHbIA TOPMOH, PeryanpyroLLmi
3HepreTMyecknini obmeH (LLeHTPasIbHbIN KOHTPO1b MacCbl XKMPOBOM TKAHM).

B gaHHOM reHe npoBOAMIOCL MCCnenoBaHMe noaMmopdHoro mapkepa 668 G>A (rs1137101).
BapuaHT A accouMMpoBaH C MeTaboANYEeCKMMU HapylweHUAMM (NOBbILEHWE [/IOKO3bl, UHCYIUHA,
nenTuHa, Tpurnvuepuaos, UMT, noHukeHue JINBM) npu gaMtenbHOM nepeeaaHuu.

PesynbtaT: Npu aHanuse BbiaBneH reHotun G/A (reteposurora).

j)  TeH anbda-KeTornyrapar-3aBUCMMOIN AMOKcUreHasbl FTO — BOB/AEYEH B peryaauumio
TepmoreHesa U KOHTPoJb AnddepeHUNPOBKM aAUMOLUTOB B *KUPOBOM TKAHM.



B paHHOM reHe npoBOAMAOCL MUcCcnegoBaHMe noaumopdHoro Mmapkepa 46-43098T>C
(rs1421085). BapuaHT C cBf3aH C HapyleHWemM TepmoreHesa B aAMMOLMTaX, acCoLMMPOBaH C
NOBbILIEHHBIM PUCKOM PA3BUTUA OXKUPEHUA.

Pe3ynbtaT: Npy aHan3e BbifABIEeH HOPManbHbIN BapuaHT (T/T) rena.

k) TeH nepwnunuHa PLINI — kogupyeT 6enok Heobxoaumbli ana ¢GoOpmUMpoBaHMA W
CO3PEBaAHUA NNNUAHDBIX Kanesb, a TaKKe XPaHeHUA TPUMIULLEPUAOB U BbICBODOMKAEHUA KUPHbIX
KMC/IOT U3 3TUX XKMPOBbIX Kane/ib.

B pOaHHOM reHe npPoOBOAMNOCH McCC/AeAoBaHWE MNOAMMOPGHOro Mmapkepa ¢€.772-799G>A
(rs894160). BapuaHT A accouMMpPOBaAH C MOHMMEHHbIMW YPOBHAMW MEPUANNUHA, YTO MPUBOAUT
NOBbILIEHMIO MPOLLECCOB NNMNOAM3A, MOHUKEHUIO PUCKA OXKUPEHMUS.

PesynbTaT: MNpy aHaM3e BbIABNAEH NPOTEKTUBHbIN reHoTMn G/A (reteposurora).

WHANBUAYAAbHBIE PEKOMEHAALUN*

Moaudukaums o6pasa >XKU3HMK:

- KOHTPOAb MACCbI TeAd B npeaeAax UMT <25 kr/mz;

- YMEHbWMUTb B PALUOHE KOAUHECTBO AErKOyCBOSIEMbIX YrA€BOAOB
(caaakoe, caxap M Ap.). OTAaBaTb NPEANOYTEHME ((MEAAEHHDbIM) YFA€BOAOM
(Heo6paBGOTAHHbIE KPYNbl, KALWMK, KAPTO(PEAb, MAKAPOHHbIE WU3AEAUS U3
TBEPAbIX COPTOB MLUEHULLbI).

*ANA BbIACHEHUA HaNU4YMA AOMONHUTENbHbIX GAKTOPOB pUCKA Pa3BUTUA caxapHoro avaberta 2
TUMa U OXKMPEHUA NOCOBETYMTECb C NeYallMM BPayom. ITO MOMOKET COCTaBUTb bosee feTanbHble
peKkoMeHAaLmMmM, NPOBECTU AMArHOCTUYECKME WHCTPYMeHTasbHble U fabopaTopHble ncciefoBaHUA
npu nx HeobxoaMmocCTH.
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FeHbl AMNuaHOro ob6meHa (NpegpPacnonoXKeHHOCTb
K aTepocKneposy u 6onesHu Anbureiimepa)

ATepocKnepo3s — 3TO XPOHMYECKOoe cUcTeMHoe 3aboneBaHWe, CBA3aHHOE C MOpPaXKeHWEM
KPYMHbIX M CpeaHUX apTepuii MbllieyHoro Tuna. Mpu aTepockiepose NPoUCXoauT Psad, COMETaHHbIX
NaTo/IOTMYECKNX U3MEHEHUI BCEX C/IOEB COCYAMCTOM CTEHKMU.

[JaHHoe 3abosieBaHMe B pPa3BUTbIX CTPAHAxX BbIW/IO HA MepBOe MEeCTO Kak npuynHa
3a60/1€BaemMoCTn 1 06yCNoBANBAET MPUMEPHO MOSIOBUHY CMEPTHbIX C/ly4aeB B LeN0M Mo nonynsauum
N ABNAETCA NPUYMHOMN OKONOo 1/3 neTasnbHbIX MCXO40B Y L, B Bo3pacTe 35—65 feT.

ATepocKk/iepo3 ABAsSeTcA  MOJIMITUONOIMYEecKMM  3aboneBaHMeM, B  BO3HMKHOBEHUM U
NPOrpeccMpoBaHMN KOTOPOrO MMEIOT 3HaYeHNEe MHOTME BHEeLIHWEe U BHYTPeHHUEe ¢daKkTopbl puUcka. B
reHeTUYeCKOM MJiaHe BbIAENAT Kak MOHOreHHble GOpMbl  aTepockneposa (Hanpumep:
Hac/neACTBEHHAna  rMMepxonectepuHemusn), Tak U TFeHeTMYEeCKMe  npeapacnosoXeHHOCTU
(aTepocknepos, pasBuBalOWMIACA NMPU HAZMYMM TEHOTUMOB PUCKA M HebnaronpuATHbIX GpaKTopoB
OKpy»KatoLlen cpesbl).

3AKAKOYEHUE o cTeneHn pucKa pa3BUTUSA PAHHETO ATepPOCKAEepOo3d

KOMNAEKCHAOSS OLLeHKA YKQa3bIBAET HA HE3HAYMTEAbHO MOBbILLIEHHbIN
reHeTU4eCKUi PUCK PA3BUMTUA PAHHETO ATEPOCKAEPO3a.

LLikaAa MHAMBUAYOQABHOIO PUCKA PAHHEro ATEPOCKAEPO3d

He3sHa4yuTeAbHO

- MoBbILWEHHbIN BblCcOKMM
NOBbILLIEHHbIN

MOHWXXEHHbIN MonyAAUMOHHBIX | MMHMMAABHBIH

ABCONIOTHBIN  PUCK BO3HMKHOBEHMA aTepoCK/iepo3a Bo3pacTtaeT npu: AUCAUNULEMUM
(noBblweHWe obuiero xonectepuHa, Tpuranuepuaos, JINOHM, JINMHM, noHu»keHue JIMBIM), caxapHom
Onabete, apTepuanbHOW  TUMNEPTEH3UM, KYpPeHUM, OTArOWEHHOM CeMeWHOM  aHaMHese,
rMnoanHammu, OXXUPEHUN, HepaunoHanbHOM NUTAHUN, XPOHNYECKMX nHdeKumax,
rMNeproMmoLmCTENHEMUN.

bonesHb Anbureiimepa (gemeHUMs aNbLUrEMMEPOBCKOrO TWMa) — 3TO  XPOHUYEcKoe
nporpeccupytowiee aereHepaTMBHoe 3aboneBaHMe T[O/0BHOrO MO3ra, KOTOpoOe MposBAseTcA
HapYyLWEeHMAMWU NamATU U APYrUX KOTHUTUBHbLIX GYHKUMK. BonesHb Anburelimepa (BA) Ha3BaHa B
YyecTb HEMELLKOro NcMxmaTpa 1 Helpomopdonora, Kotopblit B 1907 r. onucan cayyvan gemeHumn y 56-
NIETHEN XKeHLWMUHbI.

bonesHb Anbureiimepa asnaeTca OOHUM n3 Hanbonee pacnpoCTPaHEeHHbIX
HelpoaereHepaTUBHbIX 3a60N1€BaHUI M CaMOM YacToM NPUUYNHON AeMeHUUn B nonynsaumnn. JaHHoe
3aboseBaHMe Bbi3biBaeT He meHee 35-40 % pemeHumin. PacnpoctpaHeHHOCTb BA B BO3pacTHOM
AnanasoHe ot 65 go 85 net cocrtasnser ot 2 go 10 %, a cpegn vy, ctapwe 85 netr — 25 %. B
HacTosLLee Bpema B MMpe NPOXKUBAeT OKON0 24 MAH. nauneHTos ¢ bA.

BA saBnseTca 3aboneBaHnem C MyAbTUdAKTOPHOM 3TMonornen. COracHO COBPEMEHHbIM
NpeAcTaB/NEHNAM, CYLLEeCTBYeT TreHeTM4YecKada npeapacnosioXeHHOCTb K BA, ogHako ans ee
K/IMHUYECKOM peannsaumm HeobxoaAMMo TaKKe HebnaronpusaTHoe BO3AENCTBME BHELUHUX CPenoBbIX
¢daKTOpOB.
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3AKAKOYEHUE o cTtenenmn pucka 6oAe3Hn AAburenmepa

KomMnAekcHas oLeHKa YKQ3biIBOET HA MNOBbLILEHHbIM FEeHeTUYEeCKUMA PUCK
pa3BuTUs 6oAe3HM AAbLirermepa.

LkaAa MHAMBUAYOABHOIO PUCKA PA3BUTUS BOAE3HU AAbLireMmepa

He3Ha4yuTeAbHO

MoHMXeHHbIN MonyAAUMOHHBIM | MMHMMAABHBIH MoBbIWIEeHHbIN Bbicokum

NOBbILUEHHbIN

ABCONIOTHBIA PUCK BO3HMKHOBEHMA 60ne3HM Anbureimepa BO3pacTaeT npuU: CemelHom
aHamHe3e, HEeKOHTPO/NMPYEMOW apTepPMaNbHOM TUMNEepTEH3UM B CPeAHEeM M MOXKWAOM BO3pPacTe;
aTepoCK/Nepo3e MarucTpasibHbiX apTepuii ro/oBbl; TMNEPAUNUAEMUN; TUNEPTOMOLUCTEUHEMNN;
caxapHom pgmabeTe; M3BbLITOYHOM Bece; TMNOAMHAMMM; XPOHUYECKOW TUMOKCMM, Hanpumep, npu
3a60/1eBaHMAX AbIXaTe/bHbIX MNyTel; YepernHo-MOo3roBol TpaBMe B aHaMHe3e; HW3KOM YpOBHeE
06pa30BaHNA; HU3KOM WHTENNIEKTYa/IbHOM aKTUBHOCTU B TEYEHWE KWU3HU; 3MM304aX Oenpeccuu B
MOJIOAOM W CpeHeM Bo3pacTe.

a) TeH anonunonpotenHa E APOE. AnonunonpotenH E (ApoE) urpaeT BakHeWwyio posib B
meTabosM3me, TpaHCMOPTE M pPerynsuMm ypoBHA XOo/AecTepuHa W Tpuravuepuaos. B coctase
nunonpoTtenHoB ApoE obecneunBaeT appeKkTMBHOE CBA3bIBAaHWE AAHHbLIX YacTUL, C peuenTopamu u
3aXBaT K/JETKaMM MNeyYeHu, B pe3ynbTaTe 4yero A[OCTUraeTcs AUNUAHbLIN 6anaHCc B opraHM3me.
MccnepoBaHWsA noKasanu, 4TO B MO3re TaKKe cylwectByeT ApoE-onocpefoBaHHbIM MeXaHW3M
TPaHCMopTa M NOAAEPKAHUA TOMEOCTa3a }KUPOB.

MpoBoAUACA aHanM3 Ha HaAMuue caeaylolmx pasHoBuaHocten reHa - E2, E3, E4 (rs7412;
rs429358). eHotun E3/E3 camblii pacnpocTpaHEHHbI B MUPE, CYUTAETCA, YTO PUCK PasBUTMA
6one3Hn Anburerimepa y Atogen ¢ TaKMM FreHOTUNOM — MONYAAUMOHHBIN. Y Atogen ¢ reHoTUnamm
E2/E3, E2/E2 pucK pa3Butua BA HUKe nonynaumoHHoro Ha 40% (MpoTeKTUBHbIE FeHOTUNbI). BapnaHT
reHa E4 cuntaetca annenem pucka. Ansa reHotunos E2/E4, E3/E4, E4/E4 puck BA nosbileH B 2.6, 3.2
1 14.9 pa3 cOOTBETCTBEHHO MO CPaBHEHMIO C NONYAALMOHHbIM (E3/E3).

PesynbraT: Npu aHanuse sbiasneH reHotmn E3/E4 (reteposuroTa).

b) TleHa anonunonpotemHa C-lll APOCI. Koaupyetr 6enok anonunonpoteuH C-llI,
Yy4acTBYIOLLMIA B IMNUAHOM obmeHe. AnoannonpoteunH C-lll sBnseTca KOMNOHEHTOM XM/IOMUKPOHOB,
IMNONPOTENHOB, MHIMBUPYET IMNONPOTEMHIMMA3Y M NEYEHOUHYIO NNasy.

B gaHHOM reHe npoBOAMAOCH McciedoBaHWe nonMmopdHoro mapkepa 3238C>G (rs5128).
BapmaHT G accouumpoBaH € NOBbILWEHHBIMW YPOBHAMM XOJIeCTEPUHA, TPUTINLEPUAOB U [/HOKO3bI B
KPOBMU.

PesynbTaT: Mpy aHanu3e BbisiBIeH HOPManbHbINA BapmaHT (C/C) rena.

c¢) TeH neyeHoyHoi nunasbl LIPC y4yactByeT B MeTabosname AMUMNOMNPOTEMHOB BbICOKOM
nnoTtHoctw (N1MBMN).

B faHHOM reHe MpoBOAMIOCH MCCAeAOBaHWE noanMmopdHoro mapkepa -557C>T (rs1800588).
BapuaHT T accouMmpoBaH C MOHUMKEHHOW aKTMBHOCTbIO MNEYEHOYHOWM /IMNasbl, MOBbIWEHHbIMM
KoHUeHTpaumamu JINBIM (NpoTEKTUBHbLIN annenb).

PesynbtaT: Npu aHanuse sbiasneH reHotun C/T (reteposurora).

d) TeH nunonpotenHnaunasbl LPL. KoaupyeT KnouyeBon GepmeHT ruaponmnsa Tpuranuepuaos u
JIMNONPOTENHOB OYEHb HU3KOM NaoTHOCTM (JITTIOHM).
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B gaHHOM reHe npoBoAMAOCH UcclenoBaHWe noanmopdHoro mapkepa 1421C>G (Serd74Ter;
rs328). BapvaHT G no pe3ynbTaTaM MCCAELOBaHUI B Pa3/IMYHbLIX MOMNYAAUMAX ACCOLMUPOBAH C
61aronpUATHBIMW U3MEHEHUSAMM JIMMUAHOFO COCTaBa: MOHUMKEHHbIM YPOBHEM TPUMAULEPUAOB U
noBbIWeHHbIM ypoBHeM JIMNBIM (NpoTeKTUBHbIM annensb).

Pesynbtat: [pn aHanu3se BbiasieH BapuaHT (C/C) reHa, He ABNAIOLWMNIACA MPOTEKTUBHbIM.

e) TeH nepeHOCYMKA KMPHbIX KucnoT FABP2. KopupyeT 6e/0K, CBSA3bIBAOWMUIA KUPHbIE
KNCNOTbl. DYHKUMOHUPYET B SMUTENMANbHDBIX KNETKAaX TOHKOro KMWeYyHMKA. MrpaeT BaXKHYH poJib B
YCBOEHWM, BHYTPUKIETOYHOM MeTabosIM3Me 1 TPAHCMOPTE XKUPHbIX KUCOT.

B gaHHOM reHe npoBOAM/IOCL UccedoBaHWe nonvmopdHoro mapkepa 163A>G (54Thr55Ala,
rs1799883). BapuaHT A accouuupoBaH C MOBbIWEHHbIMU KOHLEHTPALUMAMM XOJiecTepMHa MU
TPUIANLLEPUAOB B NAAa3Me KPOBU, C MOBbILLEHMEM PUCKA PA3BUTUA aTEPOCKAEpPO3a.

PesynbTart: Mpu aHanuse sbiasaeH reHotnn G/A (reteposurora).

BbisiBneHHble M3meHeHua no reHam CYP1B1, LEPR, PON1, PPARA BHOCAT OOMOJIHUTE/bHbIN
BK/1aJ, B NOBbILIEHME PUCKA PAa3BUTUA PaHHEro aTepoCKAeposa.

WHANBUAYAAbHBIE PEKOMEHAALNN*

- OrpaHuM4eHue ynotpebaeHus XupoB A0 30% KAAOPUMHOCTU CYTOHHOFO
PALMOHA, nNpU  ITOM  XEAATeAbHO, YTOGbl  AOAM  HACDILLEHHDIX,
NOAMHEHACHILLEHHbIX U MOHOHEHACBILLLEHHBIX XXMPOB GbIAU PABHbI;

- YBEAUHEHME TMNOTpPebAeHUs nNULLEBbIX BOAOKOH C YMEHbLUEHUEM
KOAMHECTBA AETKOYCBOSI€MbIX YTAEBOAOB;

- YBEAUHEHUE AOAU PACTUTEAbHbIX GEAKOB B AMETE, PbIGHbIX GEAKOB MO
OTHOLLEHMIO K XXUBOTHBIM GEAKaM.

AONOAHUTEAbHbIE UCCAEAOBAHMUS:
= KOHTPOAb AUNTUAOTPAMMBI B PAMKAX MpOorpamMmm AMCnaHcepusaumu.

*ﬂ,l’lﬂ BbIACHEHUNA Ha/INM4YNA AONONHUTENbHbIX d)aKTOpOB PUCKa pPa3BnUTUA aTepoOCKNEPO3a U
60onesHu Anbu,reﬁmepa ﬂOCOBETyﬁTECb C J/iedyawmm BpavYoM. 3To NOMOMEeT coCTaBuUTb bosee
AeTa/ibHble peKomeHAauun, npoBectTn AUArHOCTUYHECKNE WHCTPYMEHTA/IbHbIE WU na6opaToprle
nccnenoBaHMA npum nx HEO6XOAVIMOCTM.




AHanuns npeapacnonoKeHHOCTH
K caxapHomy gmaberty 1 Tuna

Ha cerofHAWHMI AeHb caxapHblii AMabeT 3aHMMaeT nepBoe MEeCTO MO PACAPOCTPAHEHHOCTU
cpean SHAOKPUHHbLIX 3aboneBaHUit. B mupe HacumuTbiBaeTcs oKoao 135 MAH. 6OMbHbIX CaxapHbIM
ANabeToM M MX KOJIMYECTBO EXKEerogHo yBenunumsaeTcAa Ha 5—7%. CaxapHblii guabeT oTHOCUTCA K
MY/NbTUDAKTOPHbIM 3ab0neBaHMAM, €ro pasBuTMEe O0OYCNOBNEHO COYETAHMEM TEHEeTUYECKOM
npespPacnoNoXeHHOCTU U AecTBUEM HeBNAronpUATHbIX GaKTOPOB BHELLUHEN cpeapbl.

CaxapHbili aMabeT | TMNA ABAAETCA ayTOMMMYHHbIM 3a60neBaHMeM, AN1A KOTOPOro XapaKTepHbl
cnepywowme  KAMHUMYECKMEe  MpPU3HAKM:  BbICOKAA  CTeMneHb  TUNEepPrMKeMUW,  MPUCYTCTBUE
TUNOKAMKEMUIA W KeToaumaos3a npu  gekomneHcauum auabeta, CTpemMuTenbHOe pasBuTUe
WMHCY/IMHOBOM HeA0CTaTOYHOCTH (B TedeHue 1—2-x Hefienb) nocsie maHudecTaumm 3abonesaHus.

OCHOBHOW reHeTUYECKUI BKNAA, B NPeapacnonoXeHHOCTb K caxapHoMmy anabety 1 TmMna BHOCAT
reHol cuctembl HLA, a MMEHHO reHbl, KOAMPYIOLWME MOJIEKY/bl 2 Kjacca r1aBHOMO KOMMJIEKCa
rMCTOCOBMECTUMOCTU YesioBeKa.

3AKAKOYEHUE

KoMnAekcHas OueHKa yKasbiBaeT HAO MUHUMMOAABbHbIM FeHEeTU4YEeCKMU PUCK
pa3sBuUTUA caxapHoro amabeta 1 Tuna.

Wkaaa UHAUBUAYCAABHOIO PUCKQ

He3sHa4yuTeAbHO

MOHWXXEHHbIN MonyAAUMOHHBIM | MMHMMAABHBIH -
NOBbILUEHHbIN

MoBbILEHHbIN BblCcOKMM

ABCONIOTHBIN PUCK BO3HUMKHOBEHMA CaXapHOro p,ma6eTa 1 tmna BO3pacTaeT npu:. oTArow,eHHom
HacneaCctBeHHOM aHaMHe3e, OXMPeHUUN, NaHKpeaTuTe, BUPYCHbIX MHd)F_‘KLI,MFIX, He6/'|aFOI'IpMF|THOI‘;1
3KON0rM4YecKom O6CTaHOBKe, AONNTENDBHbIX CTPECCaX U Aenpeccrnax, HenpaBUbHOM NMUTAHUMN.

B nccnenyemyto rpynny BOLWIM FreHbl I1aBHOrO KOMMAeKca ructocoemectumocTu |l knacca DQBI,
DQA1, a TakKe reH T-nimmeoumT-accoLMMpoBaHHOM cepuHacTepasbl CTLA4.

leHbl DQB1 v DQA1 y4acTBYHOT B CBA3bIBAHUM M SKCMOHMPOBAHUMN HA NOBEPXHOCTU MaKpodaros
NPOoLLEeCcCUPOBaHHbIX GPAarMeHTOB Pas3/IMYHbIX aHTUTEHOB, MHbIMW CNOBaMW — Y4aCTBYIOT B MpoLeccax
MMMYHHOTrO oTBeTa opraHuama. NeH CTLA4 onocpeayeT nepeaayy curHana T-KneTtkam.

MpoBogunca aHanns Hanuuma sapuaHTos *301, *501 reHa DQA1 v BapuaHToB ¥201, *302 reHa
DQB1, a Takxe aHanus noaummopdHoro mapkepa 49A>G (rs231775) B reHe CTLA4. HocutenbcTBo
[aHHbIX BAPMAHTOB CBA3AHO C MOBbILLEHWMEM PUCKA Pa3BUTUA caxapHoro avabeta 1 Tmna.

PesynbtaT: Mpu aHanuse BbifsaeH reHotnn 201/602-8 no reHy HLA-DQBI, reHoTtun A/G no reHy
CTLA4.

UWHANBUAYAAbHbIE PEKOMEHAALMW*

MpeAynpexaeHue U CBOEBPEMEHHOE A€4eHUEe BUPYCHbIX 3060A€BAHUN.

*AJ'IFI BbIACHEHUA Ha/INMYUNA OOMNO/THUTENIbHbIX d)aKTOpOB PUCKa pa3BUTUA CaXapHOro p,ma6eTa
1 Ttuna I'IOCOBeTyVITECb C Jiedyalwmm Bpa4YoOM. 3To nOMOXeT cocTaBuTb bonee AeTasibHble
pekomeHaaLnMmn, npoBectn ANarHOCTUYECKUE UHCTPYMEHTA/IbHbIE U na6opaToprle nccnenoBaHuUA
npum nx H606X0,£|,MMOCTVI.



AHanus npeapacnosioXeHHOCTH
K pa3BUTUIO OCTEONOPO3a

OcTeponopo3 — TMOpPa)KeHWe CKesieTa, XapaKTepPU3YIOLWLEeCs CHUXKEHWEM MUHEpPaAsIbHOM
MIOTHOCTM  KOCTHOM  TKaHW, NATONOMMYECKUMMU  U3MEHEHUAMM €€  MUKPOAPXUTEKTOHUKMU,
npmMsoaswWMMnN K gebopmaumm 1 NoBbILLEHHOW JIOMKOCTU KocTei. o aTnonatoreHesy pasnmyator
[Be pPa3HOBUAHOCTX OCTEONOPO3a — NepPBUYHbINA (MOCTMEHOMay3a/ibHblA, CEHUAbHbIN, OBEHUbHbIN,
NOMONATUYECKNIA) U BTOPUYHDIN, 0OYC/IOBIEHHbIV Pas/InYyHbIMM 3a601€BaHUAMM.

OcTeoreHes 1 NpoLeccbl KOCTHOTO PEMOLENMPOBAHMA, a TaKXKe Kanbumnii-pochaTHOro obmeHa,
ABNAIOTCA Pe3y/bTaTOM COM1aCOBAHHOM paboTbl reHHbIX ceTel. Hannume nameHeHUn B AaHHbIX reHax
NPUBOAMUT K PAa3BUTUIO FEHETUYECKON NpeapacnonoxeHHocTM. CBoeBpeMeHHOe BbiABAEHME SAHHOM
npeapacnonoXeHHOCTM MNO3BOAAET MPOBOAUTb MNPODUNAKTUYECKME MEPOMNPUATUA B rpynne
MOBbILEHHOrO PUCKA A0 Hayana 3abonesaHus.

3AKAKOYEHUE

KOMNAEKCHAS OLEHKA YKA3biBOET HO MMHUMOAbHbIN F€HEeTHMYECKMH PUCK
pPA3BMTHS OCTEONOpPO3a.

LUkaAa MHAMBUAYQABHOTO pUCKA

He3Ha4yuTeAbHO

- MoBbILWEHHbIN BblCcOKMM
NOBbILLIEHHbIN

MoHMXEHHbIN MonyAAUMOHHBIM | MMHMMAABHBIH

ABCONIOTHBIN PUCK BO3HWMKHOBEHWUA OCTEONOpPO3a BO3pacTaeT NpPU: HefoCTaTKe BUTaMMHaA D um
KaﬂbLLMVI-d)OCd)aTOB B nuue, rmnoractporeHemmmn, CUCTEMHOM MNpueme rroKOKOPTUKOMNOO0B, CaxapHOM
AMa6eTe, XPOHUYECKUX 6onesHax no4yek, Xenyao4yHo-KMWeYyHOoro TpakTa, nop,menyp,quoﬁ Kenesbl.

B rpynny reHoB, oTBeYaloLmx 3a MeTaboanyeckne (0bMeHHbIe) MPoLEecchl B KOCTHOW TKaHM, BXOAAT
reH peuenTtopa ButamuHa [l VDR, reH KonnareHa 1 tuna 1-anbda COL1A1L, reH peL.enTopa KanbLMUTOHMHA
CALCR, reH peuentopa sctporeHa ESR1 (ER), reH ocTteokanbluHa BGP.

Pe3ynbTart: [pn n3ydeHnr 4aHHOM rpynmnbl reHoB BbisiBNeH reHoTun XXPP no reHy BGP.

WHANBUAYAAbHLIE PEKOMEHAALUN*

- KOPpPEeKUMs NUTAHUSA — NULLLA C BbICOKMM COAEPXAHUEM KAAbLUSA U BUTAMUHA
D (kMCAOMOAOYHBbIE NPOAYKTbI (OCOBEHHO PA3AMYHbIE BUABI ChbIPOB), AUYHbIN
XEATOK, Ne4eHb, MOPCKAs pbiba, CBEXAN 3€A€Hb U MPOPOLLLEHHbIE 3AAKMK);

- peryAsipHble cpusn4eckue Harpysku (FTMMHACTHKQA, NAQBAHKE).

*ANA BbIACHEHWA HANW4YMA AOMNOMHMUTENbHbIX (aKTOPOB PUCKA Pa3BUTUA OCTeomopo3a TMNa
NOCOBETYMTECb C JeYaliMm BpPavom. ITO NMOMONKET COCTaBuTb 6onee geTasbHble pekomeHAaumm,
NpOBecTM [AMarHOCTMYECKUE WHCTPYMEHTanbHble M fabopaTopHble WCCAeAOBaHMA MNpU WX
HeobxoaANMMOCTMH.
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AHanuns npeapacnosioXeHHOCTH
K OHKOJIOrMYecKum 3aboneBaHmam

OHKoslorMyeckme 3aboneBaHMA OCTAlOTCA OAHOM M3 Hambosiee aKTyasnbHbiIX Mpobaem
COBPEMEHHOro 34paBOOXpPaHeHMA. Becomyto posb B naToreHese [AaHHbIX 3a60/eBaHWN UrpatoT
BpeAHble XMMWYECKMe BELLECTBA, KOTOPbIe MOCTYNalT B OPraHUM3M W3 OKPYKalolein cpeabl nau
OETOKCUKALMKU  KoaMpyloT  GepMeHTbl,
nepepabaTbiBatoLLMe BpeAHble BELLECTBA (B NepByto ouepenpb B neveHun). MUsmeHeHUA B AaHHbIX reHax
CHUXKAOT aKTUBHOCTb PEepMeHTOB AETOKCMKALMKM, YTO AeflaeT opraHusm 6onee BOCMPUUMUMBBIM K
CBoeBpeMeHHOE  BbIABAEHUE
NpPeApacrnoNoKeHHOCTM MO3BOMIAET MNPOBOAUTb MNPOPUAAKTUYECKME MEPONPUATUA

Bblpa6aTbIBaIOTCFI B Xoae meTabonmnsma. [eHbl

BpeAHbIM  BO3AENCTBMAM  OKpy:Kalowen  cpesbl.

NOBbILLEHHOro p1UCcKa A0 Ha4dasa 3aboneBaHus.

3AKAIOYEHUE

an KOMIMA€KCHOM dHAAU3e BbiiBA€H

He3HAYUTEeAbHO

B

[AHHOM
rpynne

MNOBbILLUEHHbIN

a)

b)

OTHOCHUTEAbHbIM PUCK PA3BUTUA  OHKOAOIrMYECKMX 3a6oaeBaHMn  (puckK
CYLLEeCTBEHHO BO3paACTAET HA cboue KypeHml).
Wkaaa MHAUBUAYCAABHOIO PUCKQ
- - - HesHa4yuTeAbHO s 3
MOHUXXEHHbIN MonyASULMOHHBbIN MUWHUMQAABHbBIN MoBbILLEHHbIU BbicoKuM

NOBbILLUEHHbIN

ABCONIOTHBIA  PUCK BO3HMKHOBEHMA OHKOJIOTMYECKUX 3aboseBaHW Bo3pacTaeT npu:
KypeHuu, 3noynotpebieHnm ankoronem, oTcyTcTBMm GU3NYECKO aKTUBHOCTU, MUTAHUM NPOAYKTaMM
HWU3KOro KayecTBa, N/J0X0N 3KON0IMU, OXKUPEHUU, CEMEMNHOM aHaMHe3e, AeCTBMM PagMOaKTUBHbIX U
YyNbTpadMoNeToBbIX Nyveit, HPEKLMAX, BO34ENCTBUM NPOPECCUOHANbHbIX KAHLEPOreHOB U Ap.

MNpn aHanM3e reHoB CUCTEMbI, OTBEYAIOLWEN 3a NpOLLecCbl 06e3BpPeKMBAHUA BpeaHbIX BELLECTB B
opraHusme (I, Il v Ul ¢asbl 6uoTpaHchopmaumm CYP1A1, CYP1A2, CYP1B1, CYP2(C9, CYP2De,
CYP2C19, CYP2E1, CYP17A1, PON1, GSTM1, GSTT1, GSTP1, NAT2, MDR1, VKORC1, mEPHX, TPMT), y
Bac 6bi1 BbisiBneH reHotun wt/*2A no reHy CYP1A1, reHotun *1F/*1A no reHy CYP1A2, reHotun
Leu/Met no reHy PON1, reHoTtun del no reny GSTM1, reHotun A/G, C/C no reHy GSTP1, reHoTun
$1/S3 no reHy NAT2, renotun C/T no reHy MDR1, renotun C/T no reHy VCORCI.

Mpu aHanM3e reHoB, y4acTBYIOLMX B KOHTPO/E KJETOYHOTO LMKAA, BbiaBNEH reHoTun S/S no
reHy L-MYC, reHotun n/n, del/del, Arg/Pro no reHy TP53.

leH ¢pakTopa HeKkpo3a onyxosn anbda TNFA - NpoBOCNANUTENbHbBIN LUTOKUH, UTPAET BaXKHYIO
PO/ib B perynaumm HopmanbHon amddepeHUMpPoBKU, pocTa N MeTaboiM3ma pasinyHbIX KIeTok. Mpu

aHanuse sbiasneH reHotun G/A, G/G.

leH peuenTopa TMPEOTPONHOro ropmoHa runodusa TSHR. Mpu aHann3e BbIABAEH BapUAHT
D/E, accoumMMpOBaHHbIA C MOHUMKEHHbIMW YPOBHAMM TUPEOTPOMHOTO FOPMOHA, YTO CBA3AHO C

BO3MOXHbIM yBeNNYHEHNEM aKTUBHOCTU peLenTopa.

3HaunMMbIx MyTaumii B reHax BRCA1, BRCA2, CHEK2, accoummpoBaHHbIX C BbICOKMM PUCKOM Pa3BUTUA
HacneAcTBeHHOM (cemeliHon) GOpMbl paka MOIOYHOM Kenesbl U ANYHUKOB, He 0BHapYKeHO.

Mpy KOMMNIEKCHOM aHanu3e, y4uTblBas M3MEHEHMA B reHe peLentopa nporectepoHa PGR
(reHotun D/I), pUCK pasBUTMA Hac/ieAcTBEHHOM (cemeiHoM) Gopmbl paka MOJIOYHOW Kesesbl U

ANYHUKOB OLLEHUBAETCA KaK HU3KUNA.
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M3M NIeKapCTBEHHbIX NpenapaTos

Ha cerogHsAWwHWA geHb AOKa3aHa 3aBUCMMOCTb MEXKAY MOJMMOPPU3IMaMM B reHax cucTembl
OETOKCUKAUMM M MeTaboNM3MOM pPas/IMYHbIX JIEKAPCTBEHHbIX Npenapatos. CneayeT yBesoOMWTb
/levyallero Bpaya NpM HasHAYeHUU credylowmnx MeaMKaMeHTO3HbIX cpeacTB (C uenbito noabo
WHOMBUAYANbHOM A03MPOBKM M CXeMbI NpMeMa npenapaTta B COOTBETCTBUM C BalimMm reHoTMNoM):

- NpoTMBOTY6EpKyNe3Hble npenapatsbl 1-i inHMK (NAT2 — obycnosBneHHble Npenaparhbl),

- odeuH, Anasenam, sepanamu, Teodunnunn (CYP1A2-obycnosneHHble npenaparbl),

- BapdapuH ( VKORC1 — obycnoBneHHble npenapaTbl),

- cepAeyHble rMKo3nabl, 6N0KAaTOPbl MeA/IEHHbIX Ka/ibLIMEBbIX KAHAM0B, CTaTUHbI,

MaKpoauabl, uuToctatukm (MDR1- obycnoBneHHble Npenaparhbl). 9

.:’

-

A
i
@
&
.

Mpwn aHanuse reHoB asKkoronbaerngporeHassl (ADH1B) v anbaernaaernaporeHassi (ALDH2)'L %
BbiABNeH reHotun G/A no reHy ADHIB, o6ycnaBAvBalOWMiA CHUMKEHME YPOBHA M CKOPOCTU
MeTabon3ma asikorons.




- PenpopayKTuBHaa GpyHKUMA

a) Mpu aHanuze reHos Il ¢pasbl geToKkcmKaumm (GSTT1, GSTM1, GSTP1) BbisiBNEH T€HOTUN del_.0
no reHy GSTM1, reHotun A/G, C/C no reHy GSTP1, acCOLMMPOBAHHbINA C MOBbILEHHLIM PUCKOM
PasBUTMSA MPMBbLIYHOTO HEBbIHAWMBAHMA (PUCK BO3pacTaeT MpWM COBMAAEHUMM Yy CYnpyros
AEeNeTUPOBaHHbIX BapPMAHTOB reHOTUMOB).

b) Mpu aHanu3e reHoB rnaBHOro Kommnaekca ructocoemectumoctu Il knacca (HLA-DQAIL, HLA-
DQB1) BbiasneH reHotun reHotmn 103/601 no reHy HLA-DQAI1 v reHotun 201/602-8 no reHy HLA-
DQB1.

CoBnaZieHne cynpyros no HeCKOIbKUM annenam HLA-reHoB (2 n bonee coBnafeHwuin) agnsaetca
baKTopoM, YBENMYMBAIOWMM PUCK Pas3BUTUSA HEKOTOpbIX Gopm becnioama M HeBbIHALLUMBAHUA
b6epemeHHOCTH.

c) Mpu aHanuse reHa peuentopa GONIMKYNAOCTUMYAUPYIOLLEro ropmoHa FSHR, BbiABneH
reHotun Ser/Ser, acCOUMMPOBAHHDBIN C YAJMHEHMEM MEHCTPYasIbHOTO LMKAA, YTO MOKET YXyALlaTb
OTBET Ha CTUMYAUMIO AMYHMKOB npenapatamu OCI ana IKO, a Takke ycyrybnatTb npoasaeHuA
CMHAPOMA TMNEPCTUMYNALUN ANYHUKOB.




leHbl, accoumnmnpoBaHHble ¢ 6poHxnanbHou actmoit n XObJ1

3AKAIOYEHUE

KOMNAEKCHAass OLLeHKA YKA3blBOET HA HEe3HAYUTEAbHO MNOBbILLUEHHbIN
reHeTU4eCKMU PUCK PA3BUTUA OPOHXMAABHOU ACTMBI.

Wkaaa MHAUBUAYCAABHOIO PUCKQ

He3Ha4yuTeAbHO

MoHUXEeHHbIN MonyASLMUOHHBIN MUHUMAABHbBIN MoBbIWIEeHHbIN Bblicokui

MOBbILLEHHbIN

a) B rpynny reHoB, CBA3aHHbIX C pPasBUTMEM OpPOHXMANbHOW acTMbl BXoAAT reHbl |l dasbl
OeToKcMKaumm (GSTM1, GSTT1), reHbl, OTBEYatOLLME 33 Pa3BUTME BOCMAIMTE/bHbIX U annepruyeckmnx
peakuuii (IL-4, IL-4RA u TNFA), reHotun G/A, G/G no reHy TNFA, reH sHgotenmanbHon NO-cuHTasbl 1
NOS1 v reH beTa-2-agpeHopeuentopa ADRB2.

Pesynbtat: Mpun aHanuse sbiasneH reHotmn del no reHy GSTM1, reHotun G/A. G/G no reHy
TNFA, redotnn C/C no reny IL-4, renotun 10/14 no reHy NOS1, acCOUMMPOBAHHbIN C MOBbILEHHbIM
reHeTUYECKMM PUCKOM Pa3BUTMA BPOHXMANIbHOM acTMbl B C/y4ae HaNUYMA OJUTENIbHO TEKYLWMX U
XPOHNYECKMX 3ab0NeBaHN BPOHXONEro4YHOM CUCTEMBI.

b) B rpynny reHoB, CBA3aHHbIX C TEYEHMEM W MPOrHO30M XPOHWYECKOM OBCTPYKTUBHOM
6onesHn nerkux (XOBJ1), BXOAUT reH MaTpuUuHoOW meTannonpotenmHasbl 1 (MMP1), a TaKkwe reH
rNyTaTUOH-S-TpaHcdpepasbl P GSTP1.

Pesynbtat: Mpyn aHanmse BbisisieH reHotun 1G/2G no reHy MMPI1, reHotun A/G, C/C no reHy
GSTP1, accouMMpoBaHHbIA C XyAlWwMM nporHo3om npu XOBJ1 (6onee cywecTBEHHOE CHUXEHWe
bYHKUMM Nerknx, ocobeHHo npu KypeHun).
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JdononHutenbHble mapKepbl

leH xemoKMHoBOro peuentopa-5 CCR5. KoaupyeT aare3vBHbIN Gen0oK, sKCnpeccupyeTca Ha
noBepxHOCTN T-TMMOOLUTOB U APYrUX KNETOK UMMYHHOM CUCTEMBI.

B gaHHOM reHe npoBoAMNOCH UccnegoBaHue nonumopdHoro mapkepa delta32 (rs333).
BapuaHT reHa del B reteposurotHom coctosHum (del/wt) accoummposaH ¢ pe3ncTeHTHOCTbIo K BUY-1
UHbeKkuumn. B romosnrotHom coctosHum (del/del) gaHHbIM BapmaHT cBA3aH C NPaKTUYECKU NOHOM
HEBOCMPUUMUYMBOCTbIO K BUY.

Pe3ynbTaT: Mpy aHanu3e BbifBEeH BapuaHT Wt/wt, He ABAAIOWMIACA NPOTEKTUBHbIM.

AHanus npeapacnosoXeHHOCTU
K NaTO/NI0rM4eCKMm 3aBUCUMOCTAM

B vccneayemyto rpynny Bowen reH peuentopa gopammHa DRD2A, reH peuentopa CepoTOHMHA
HTR2A, reH Katexon-o-metTuntpaHcpepasbl COMT.

Pesynbrat: BbiasneH reHotun C/C no reHy HTR2A, reHotun G/A no reHy COMT,
ACCOLMMNPOBAHHbIN C MOBbILLEHHbIM PUCKOM Pa3BUTUA MATOOTMYECKUX 3aBUCUMOCTEN.
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CnopTuBHaA reHeTUKA

CsopHasa 'ra6nm.|,a HacneAacCTBeHHO 3aKpen/ieHHbIX ¢M3MOI’IOFM'~IECKMX KayecTs,
B/INAIOWUNX Ha CNOPTUBHYIO YCNELWHOCTb

YCAOBHbIM OLLEHO4HbIN KPUTEPUIA BPOXKAEHHON YCNELLHOCTHU B cnopTe

MokasaTeAb - . BbiLLE
HU3KUHN CcCpeAHUN
cpeAHero

A3po6Has (o6Las)
BbIHOCAUBOCTDb

AHa3po6Has
(cneumanbHas) °
BbIHOCAUBOCTb

CKOpOCTHbIE Ka4eCcTBA
(6biCcTpPOTA, PE3KOCTD)

CunoBble Ka4yecTBa
(B3pbIBHASA CUAQ)

1) BblEOP MPEMMYLUECTBEHHOIO BUAA PUSUYECKUX HATPY3OK.

Mo cTpyKType u GyHKLUKM pasMyatoT ABa TUMa MbILEYHbIX BO/IOKOH:

| TN (Mea/fieHHble OKUCAUTE/NbHbIE) - XOPOLWIO KPOBOCHA6KAOTCA U MMeloT 6o/bliee KOoMYecTBo
MUOrNo6uHa, YTO NPUAAET UM XapaKTePHbIA KpacHbI UBeT (KpacHble BOMIOKHA). Mo cpaBHEHUIO C
ObICTPbIMW BOJIOKHaMM B MegJ/IeHHbIX 60blue MUTOXOHAPUIA U MUO3UHA, OHWU COAEP)KaT MeHblue
depmeHTa ATdasbl U MmegneHHee coKkpallatotca. bnarogapa HM3KOM CKOPOCTM COKpPALLLEHWMA, OHU
60nbLle NPUCNOCOBNEHDI K ANUTENIbHBIM HArpy3Kam.

Il TUN (6bICTPbIE TMNKONUTUYECKUE) - TOLLE, YEM MbiLLEYHble BONOKHA | TMNa, OTAMYatoTcA 6bICTPbIMK
COKpalLLEHUAMK, pPa3BMUBAIOT OOMbLWIYID CUAY UM ObICTpee YTOMAAKTCA. IDTU  BOJIOKHA  XyXKe
KPOBOCHabatoTCA U MMEIT MEeHbLUE MUTOXOHAPUNA, IMNUAOB U MUOrN0BUHA. B nuTepatype oHu
OMMCbIBAlOTCA Kak 6esible BONIOKHA. B oTanume oT meaneHHbIX BOIOKOH, BbICTpble BOMIOKHA coAeprKaT
B OCHOBHOM (GepMeHTbl aHaspobHOro okucneHuns u 6onbwe muodmbpunn. bBnarogapa BbICOKOM
CKOPOCTU COKpallleHUAa M BbICTPON YTOMAAEMOCTU 3TU BOJIOKHA CMOCOOHbI Ha KPATKOBPEMEHHYIO

pabory.

a) feH ACTN3 «KoaupyeT 6enok anbda-akTUHMH-3, KOTOPbIA ABAAETCA OCHOBHbIM
KOMMOHEHTOM Z-IMHUMA MbILLIEYHbIX CAPKOMEPOB, IKCMPECCUPYETCA UCKAOYUTE/IbHO B MbILLEYHbIX
BoMOKHax Il Tuna. Wccneayembii nonvmopdusam Arg577Ter (1729C>T) accouMMpoBaH C

NPeLpPacnooXeHHOCTbIO K PasIMYHbIM TUNaM GU3NYECKUX Harpy3oK.

Pesynbtat: Npu aHanv3e AaHHOTO reHa y Bac BbiAsieH reHotun C/C, KoTopbili obycnasnueaet
HOPMa/bHYIO 3KCnpeccuio anbda-akTUHMHA-3 B MblWLAX. HOCUTENM [AHHOrO reHotTuna MmeroT
MPEMMYLLLECTBO MPU 3aHATUAX BUAAMM CMOPTA, B KOTOPbIX OCHOBHbIMU ABAAKOTCA CKOPOCTHO-CUNOBbIE
HarpysKu.

b) feH AM®-gesamuHasbl 1 (M-usodopma) (AMPDI1). WrpaeT KAOYEBYO poab B
3HepreTMyeckom obMeHe B CKeNETHbIX MbILLLAX.

PesynbtaT: Y Bac BbifgsieH reHotun C/C no reHy AMPDI1, accoummMpoBaHHbIA ¢ GU3MOIOTUHECKMUM
YPOBHEM aKTMBHOCTU depmeHTa. [aHHbIA reHOTUN He CBA3aH CO CHUXKEHMEM NepeHOCHMMOCTU
dU3NYECKMX HArpy30K.

c) [pynna reHoB pPeLENnToOpoOB  aKTUBUpPyembix nposudepatopamm nepokcucom (PPARA,
PPARD, PPARG) vi reH PPARGCI1A, perynvmpyoLmini UX akTMBHOCTb.

Pesynbtat: [lpu aHanM3e [aHHbIX reHoB BbifBneH reHotun Pro/Ala no reHy PPARG,
ACCOLMMPOBAHHbIA C BO3MOXHbIM MPEVMYLLECTBOM MPU 3aHATUAX CKOPOCTHO-CUMNOBLIMU BUAAMMU
cnopra.
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d) leHbl pa3obuatowmx 6enkos 2 n 3 (UCP2, UCP3).

Pe3synbtat: MNpn aHanu3e AaHHON rpynnbl reHos BbiasneH BapuaHT Ala/Val no reny UCP2, uto
OKa3blBaeT MNOJIOKUTENbHOE B/MAHWE HA MoBblWeHMe ¢u3MYeckon paboTocnocobHOCTM W
BbIHOC/IMBOCTW, YTO CBA3AHO C MOHWMMKEHMEM PACCEMBAHUA SHEPTUU» B BUAE TeMJa U SKOHOMMEN
SHepreTMYecKnx pecypcos.

Hanuuue reHotmna C/T no reHy UCP3 cBA3aHO C M10XOM NEPeHOCMMOCTbI0 GU3UUYECKMX HArpy3oK.

e) leH aHrnoTeHsmHnpespawatowero ¢pepmeHTa (ACE). MpoAyKT OAHHOTO reHa y4acTByeT B
perynsuMm aptTepuanbHOro AasfieHus (B cocTaBe PeHWMH-aHIMOTEH3UH-abA0CTEPOHOBOMN CUCTEMBI),
TaK ’Ke OKa3blBaeT BAMAHME Ha PU3NYeCcKyto paboTocnocobHOCTb.

Pe3ynbTaT: BbisiBneHHbIV npu aHanuse reHotmn I/l no reHy ACE OKa3blBaeT MOAOMKMUTE bHbIN 3P deKT
B C/ly4ae BbINOJIHEHWUS YNPaXKHEHWI Ha BbIHOC/IMBOCTb.

2) NMCUXOTEHETUKA (TATA K 3AHATUAM CNOPTOM U CTPECCOPHAA YCTOMYUBOCTb).

leH peuentopa godamuHa (DRD2A) v reH peuentopa cepoToHuHa (HTR2A), noanmopdusmbl B
KOTOPbIX aCCOUMMPOBAHbI CO CTPECCOYCTOMYMBOCTbIO, ObICTPOTOM MPUHATUA PEeLUeHUs, TATON K
3aHATMAM CNOPTOM.

PesynbraT: Mpu aHanmse AaHHbIX reHoBs y Bac sbissneH reHoTun C/C no reHy HTR2A, y4To yKasbiBaeT
Ha HajAnuMe TreHeTUYecKM OOYC/NIOBAEHHOM TAMM K  3aHATUMAM  CNOPTOM W MOAy4YeHue
YA0BNETBOPEHHOCTM OT AOCTUTaeMbIX pPe3ybTaToB.

3) PUCKU [ONA 300POBbA, CBA3AHHbIE C 3AHATUEM NPO®ECCUOHA/IbHBIM ¢
NIOBUTE/IbCKUM CNOPTOM.

a) FeHeTUUYeCKUt PUCK Pa3BUTUA apTepPUaibHOWU FTMNEePTEH3UN NPU 3aHATUAX CNOPTOM.

Ha ocHoBaHWW aHanu3a rpynnbl reHOB, aCCOLUMPOBAHHbIX C PAa3BUTUEM NEPBUYHON apTepuabHOM
rMnepTeHsnn (rmnepToHMYecKol 6o1e3HK), B KOTopyto BXoaAT reHbl NOS3, ACE, AGT, AGTR1, AGTR2,
BKR2, REN, BbifB/IeH HE3HauYMTEe/IbHO MOBbIWEHHbIN TEHETUYECKUIM PUCK ee pPasBUTUA, YTO
obycnasnmBaer HeobXoAMMOCTb MEPUOAMYECKOrO KOHTPOJIA YPOBHA apTepuasbHOro AaBfieHus,
0COBEHHO Moc/ie UHTEHCUBHbLIX (PU3MYECKMX Harpy3oK. [laHHaa npeapacrnosioKEHHOCTb MOMKET
$GOpMMpPOBATL «KTMNEPTOHMUYECKUIN» TUN OTBETA HA GU3MYECKYIO HArpysKy.

b) MpeapacnonoXeHHOCTb K  pa3sBUTUIO  runepTpodumn  NIeBOro  KelyAouyKa npwm
apTepuasibHOM rMnepTeH3uu (B T.4. NPU NOBbILWEHHbIX PU3MUECKUX HArpysKax).

leH KanbuuHeBpuHa B (PPP3R1) - perynatopHasa cybbeAuHMUA KanbLMHeBpuHa, docdaTtasa
KaNbMOAY/NHA. ITO LUMPOKO PACMpPOCTPaHEHHbIM HenoK, onocpeayeT YyBCTBUTENIbHOCTb TKAHEN K
MOHaM Kasbums.

PesynbTart: Mpn aHaM3e 3HAYMMbIX U3MEHEHMI He BbIAB/IEHO.

c) FeHeTUYeCKUin PUCK Pa3BUTUA NepesioMOB U OCTeonoposa.

B rpynny reHos, oTBevatoWwmx 3a metabosimyeckme (06MeHHbIe) NPOLLeCChbl B KOCTHOM TKaHW, BXOAAT
reH peuentopa BuTamuHa [ VDR, reH KonnareHa 1 tuna l-anbdpa COLIAIL, reH peuentopa
KanbuUuTOHUHA CALCR, reH peuentopa actporeHa ESR1 (ER), reH ocTeoKanblymHa BGP.

Pe3ynbtart: [pn aHanM3e faHHOM rpynnbl reHOB BbIABAEH MUHUMA/bHbIA PUCK PA3BUTUA CMOPTUBHbIX
TpaBM B c/lydae M36bITOUYHbIX PUIMYECKMX HATPY3OK.

Ha OCHOBaHWM KOMMIEKCHOro aHanausa reHos, Haauume y Bac reHotuna C/C no reHy ACTN3,
reHotuna Ala/Val no reHy UCP2 yKa3biBaeT Ha NpeApacro/ioReHHOCTb K 3aHATUAM BUAAMU CNopTa, B
KOTOPbIX OCHOBHbIM KOMMOHEHTOM fIBASIETCA BbIHOC/IMBOCTb.

HeobxoamMmo yumntbiBaTb Hanmume reHotuna Gly/Ser no reHy PPARGCIA, 4TO MOKeT NpuBOAMTb K
CHUXEHUI0 GU3NYECKoM pPaboToCnocobHOCTM, BbIHOCAMBOCTM U MEPEHOCMMOCTU  DU3UYECKMX
HarpysoK B c/ly4yae «nepeTpeHMPoBaHHOCTU» (HeA0CTaTOYHbIM Nepnos BOCCTaHOBAEHMS).
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WHANBUAYAAbHBIE PEKOMEHAALIMN*

BbisBAEH nokasaTeAb o6wield BbIHOCAMBOCTMU BbilLE CPEAHero, 4To
ABASIETCA MNO3UTUBHbIM AAA  PU3MHECKOU PpabBoTbl B A3POGHOM pexume.
A3pO6GHble TPEHUPOBKU  HEBbICOKOW MHTEHCUBHOCTM U  MOBBILLUEHHOM
NPOTAXKEHHOCTU AAA PA3BUTUA OOLLEN BbIHOCAMBOCTU MOAE3Hbl U He OyAyT
CONPOBOXAOTbLCS MNOBbILLEHHLIM PUCKOM Neperpysok.

BbiSBA€HbI MOKA3ATEAM CMELMAAbHOU BbIHOCAMBOCTM M CKOPOCTHO-
CHUAOBbIX KAYECTB BbilLE CPEAHEro, YTO ABAAETCA MOAOXMTEAbHbIM KA4YECTBOM
AAS 3QHSITUM CNOPTOM. B 3TOM CBfA3M KPATHOCTb U HHTEHCUBHOCTb AOHA3POGHbBIX
TPEHUPOBOK MOTYT ObiTb MOKCUMMOAABHbIMU AAS COOTBETCTBYIOLLLEIO BO3paACTA.
UHTEPBAABI OTABIXA MEXAY HUMMU He TPeOYyIloT UHAMBUAYAABHOFO YBEAUYEHMS.
YHUKAABHOCTb T[E€HOTUNA MNO3BOAAET Co4YeTaTb paboTy B aA3pPOGHOM M
QHA3POOHOM pexume 6€e3 CYyLLEeCTBEHHbIX OrpaHUYEHUHU, CBA3AHHBIX C
BPOXAEHHbIMU 3QAATKAMM.

- YAEAATb BHUMAHME PAIMUHOYHOMY 3TANY TPEHMPOBOYHOIO NpoLecca,

- PEKOMEHAYEeTCSi BO BpeMf TPEHUPOBKU MUTb NO TPEOOBAHMIO, HO
APOGHO MAAEHbKMMU nopumamu 20-40 MA, XKEAQTEABHO OYMLLLEHHYIO BOAY MAU
permapartupylouime pacTteopbl, He coaepxawune NaCl. HUcnoab3oBaHue
PACTBOPOB, COAEPXALLUX IHEPreTUH4ECKUU KOMMOHEHT (NPeAnoOYTUTEABHO HA
YFA€BOAHOW OCHOBE), PEKOMEHAOBOHO TOAbKO NMPU AAUTEAbHbIX HArPy3Kax U B
COpPEBHOBATEAbHbIA NEPUOA),

- cobAoAeHMEe peXUMa U COAAQHCUPOBAHHOCTU NMUTAHMS,

- COBAIOAEHHME HOPMUPOBAHHOCTHU (PU3UHECKUX HATPY3O0K,

- He AONyCKATb (NepeTPeHEepPOBAHHOCTHY.

*,El,l'lﬂ cocTaBfieHua bonee AeTaNbHbIX pEKOMeH,ﬂ,aLI,Mﬁ I'IOCOBETyﬁTer CO CNOPTUBHbIM BPa4OM.




ADEPMATOIEHETUKA

C NOMOLLLbHO FreHEeTUYECKOTrO TECTUPOBAHUA* MOMKHO BbIABUTb HEKOTOPblEe 0cobeHHOCTM Baluelt
KOXKM, 4TO NO3BONT Baluemy KocmeTosiory 6o/iee NpaBuIbHO NogobpaTb KOCMETUYECKMe cpeacTBa U
BblbpaTb Hanbonee adpPpeKkTUBHbIE U BE30MACHbIE KOCMETO/IOFMYECKME NpoLeaypbl.

1) YYBCTBUTE/IbHOCTb KOXWU K OKCUAATUBHOMY CTPECCY U OETOKCUKALMOHHDIE
OCOBEHHOCTMW.

Mpuposa OKCKMAATUBHOIO CTpecca 3aK/YaeTca B PaspylUMTE/NIbHOM BO3AENCTBUM MOJIEKYN
cBO6OAHbIX paauKkanos Ha AHK, 6enkn n amnuabl Knetok. CBob6oaHble paanKanbl 06pasytoTca Kak B
npouecce HOPMasbHOW KU3HEAEeATEeIbHOCTU KNETKU, Tak U noa, AeUcTBUEM YAbTpadMoIeToBOro
M3/ly4eHUss COMHeYHoro cBeTa. OKCMAATUBHOE MOBPENKAEHWE NBAAETCA OAHMM U3 OCHOBHbIX
MEXaHU3MOB CTapeHuns KOoXU. Moanmmopdusambl B reHax CUCTeMbl bBuoTpaHchopmaumm NpPUBOAAT K
MOBbILLIEHUIO YYBCTBUTE/ILHOCTU K/IETOK KOMM K OKCMAATMBHOMY CTpeccy. Kpome Toro, BcneacTeue
NMOHUKEHHOM PaboTbl AaHHbIX FEHOB 3aMycKaeTcA MEXaHU3M «HaKoMJeHMA» BpedHbiX MPOoAyKTOB
KU3HeAeATeNbHOCTH.

Mpn aHanuse reHoB 6GuoTpaHchopmaumn BbiBNeH aucbanaHc mexay reHamum | u Il dasbl
(HopmanbHasa aKTMBHOCTb reHoB | ¢asbl, NOHMMKEHHAs aKTUBHOCTb reHoB |l ¢asbl), YTO MoKeT
NPUBOANTL K OKCUAATUBHOMY CTPECCY, Bbi3biBaTb YCKOPEHHOE CTapeHME KoKW, [NA yxo4a 33 KOXKek
B 3TOM C/ly4yae KenaTe/ibHO WCMO/1b30BaTb MO BO3MOXKHOCTM HaTypasibHble, 3KOJOTMMYECKM YUCTbIE
WHTrpeaueHTbl. PEKOMeHAYeTCs orpaHnYMBaTh NPUMEHEHME OT/IMYAIOWMXCA BbICOKON TOKCMUYHOCTbIO
XUMUYECKUX NMUAMHIOB, aHTULENNIONUTHBIX U APYrnx npoueayp Ha ocHoBe KodeuHa. MenaTesbHO
NnocelleHne cayHbl, Kak [AETOKCMKAUMOHHOW npoueaypbl. Mpyv HannMumMm nNpPOTUBOMOKA3aHUN —
NMHbpaKpacHas cayHa, Kak bosiee 6e3onacHbIi MeToA AETOKCUKALMM.

Ona onTummnsaumnm paboTbl CUCTEMbI AHTUOKCUAAHTHOM 3aLWMTbI pekoMeHA0BaHo (c y4eTom
UHANBUAYA/IbHON NEPEHOCUMOCTM) BKAOYATb C/ieaytoLne NPoayKTbl, 6oraTble:

- BUTaMMHOM E — MopcKasa pbiba, MKpa, POCTKM MNLLEHMULbI;

- BuTammHom C — LiBeTHas KanycTa, nanaia, UMTPyCcoBble, KNybHUKa, LUIMNOBHUK, KHOKB3;

- MarHmem — Helwn$OoBaHHbIN PUC, COeBas MyKa, 3epHOBOI x/1eb, oTpybu, MopcKMe BOAOPOC/M,
opexu;

- LMHKOM — TefiAYbA MeyeHb, YeyeBuLia, 3e/1eHbli TOPOLLEK, KYHKYTHOE CEMA, Opexun, oTpyou,
b6aHaHblI;

- MeAbto — MOPCKME BOAOPOCAM, TOPOX, CEMEHA MNOACOIHYXA, LWMMNOBHUK, ANL3;

- cefieHoOM — €ofl, KpacHas KanycTta, 6enan paconb, Kaptodesb, 0IMBKOBOE MAC/O.

2) ®OTOCTAPEHME KOXMW.

Monnmopdunambl B reHax, OTBEYAKOLLMX 3@ KOHTPO/Ib KNETOYHOrO LMKAQ U CMHTE3 KOJI1areHos,
AEenalT Koy bosiee yA3BMMOW K AeNCTBUIO MNpAmoro Y®-usayyeHua, 4TO YCKOpPSAET npouecc
doTocTapeHus.

Mpu aHanu3e reHa konnareHa 1 tuna l-anbdpa COLIAIL 3HAYMMbIX U3MEHEHUI HE BbIAB/IEHO.

Mpu aHanuse reHa MaTPUYHOM MeTannonpotenHasbl MMP1 BbiasneH reHotun 1G/2G,
ACCOLMMPOBAHHbIM C NOBbILEHHON aKTUBHOCTBIO L@HHOTO reHa, YTO MOXKeT MPUBOAUTb K YCKOPEHHOM
Aerpajaumm KonnareHa ocobeHHO Npu ANUTENbHON UHCONALMMN.

PekomeHA0BaHO:

= CTPOro A03MpoBaTb NpebbiBaHWE Ha COJHUE, a TaKKe MPUMEHEHUEe KPeMOB C BbICOKMM
CO/IHU,E3aLWUTHBIM 3hHEKTOM.

3) PEAKTMBHOCTb KOXMW.

Mpwn aHanu3e reHoB, OTBETCTBEHHbIX 38 UMMYHHbIV oTBeT (IL-4, IL-4RA, TNFA), BbiaBIEH reHOoTUN
C/C no reHy IL-4, reHotun G/A,G/G no reHy TNFA, accoUMMPOBAHHbIA C MOBbILIEHHOMN
MMMYHOPEAKTUBHOCTbIO NPU NPOBEAEHNN MHBA3MBHbIX KOXKHbIX MpoLeayp.

Mpy aHaNM3e reHoB, y4aCTBYIOLWMNX B KOHTPO/IE KNETOYHOTO LMK, BbIBNEH reHoTUN S/S no reHy
L-MYC, reHotun n/n, del/del, Arg/Pro no reHy TP53, accouMUPOBaHHbIA C MOBbILIEHHbIM PUCKOM
0bpasoBaHUA KeNoUaHbIX PyoLIOB.
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HYTPUTEHETUKA

Mopbop onTUManbHOM AMeTbl pPEKOMEHAO0BaHO MPOBOAUTbL C  YYETOM  C/AedyoLmX
reHeTUYEeCKUX MapKepoB:

- TeHbl, BOB/JIEYEHHbIE B Yr/NeBOAHbIN U Xuposon obmeH (APOE, APOCIII, PPARA, PPARD,
PPARG, UCP2, UCP3, PPARGCIA, LPL, LEPR, FTO, FABP2, PLIN1);

- renbl |, Il n lll a3 petokcmkaumm kceHobuotukos (CYP1A1, CYP1A2, CYP2A6, CYP1B1,
CYP2D6, CYP2C9, CYP2C19, CYP2E1, CYP17A1, CYP19, PON1, GSTM1, GSTP1, GSTT1, NAT2);

- FeHbl, BOBJIeYeHHble B meTabonnsm ankorona (ADH1B, ALDH2);

- TeHbl, OTBeYalollMe 33 nepesavyy HepPBHbIX MMMY/bCOB, HAPYLUEHUS B KOTOPbIX CBA3AHHbI C
naTonornyecknmm npuctpactuamm (DRD2A, HTR2A).

- reH naktasbl LCT.

1) ONTUMMU3ALINA PALIUOHA.
Mpn aHanuse TreHOB, BOBJIEYEHHbIX B YI/1EBOAHbIA W XMpoBOW OOMEH, BblABIEH
HEe3HaYUTE/IbHO MOBbILWEHHbINA FeHEeTUYECKUIA PUCK PA3BUTUA HAPYLUEHUIN AaHHbIX MeTabonnyecKmnx

nyTemn

CsoaHasn Ta6m4u,a OLLEHOYHDbIX nokasartesneu BPOXKAEHHDbIX 06MeHHbIX npoueccos

[Tokasateab . - BbILLIE
HU3KMH CpeAHUH
CcpeAHero

OdbheKTUBHOCTb
XUPOBOro o6meHa

OdbheKTUBHOCTb
YIFA€BOAHOIro o6mMeHa

3AKAIOYEHUE

HyTpureHeTU4e€CKMM AHAAMU3 NOKA3bIBAET NPEUMYLLLECTBEHHOE BOBAEYEHUE
XUPOB B SHEpPreTu4eckum obmeH. AQHHbIM TMN MeTABGO0AUM3IMA ACCOLMUPOBAH C
XOPOLUMM OTBETOM HA TUM AUETbI C MAABIM NOTPEBGAEHUEM XUPOB.

O6Lwme pekomeHAALMM NO ONTUMU3ALMUM PALIMOHA U3/TOXKEHbI B MPUIOKeHNM 1.
2) METABOJ/IU3M ANIKOTrons.

Mpu aHanuse reHoB ankoronbgervaporeHasbl (ADHIB) n anbaervaaernaporeHassl (ALDH2)
BbiABNeH reHotun G/A no reHy ADHIB, o6ycnaBnvBaloWMI CHUMEHME YPOBHA W CKOPOCTM
meTabonnsma asnKkorons.

3) OETOKCUKALMA.

[eToKcmKkauma - 3To MeTabo/IMYecKknii npouecc, KOTOpblA MCNOAb3yeT OpraHuM3m Aans
npespaLLeHna U yaaseHUA TOKCMHOB, NOMNaBLUMX B OpraHM3m. bosablloe YnMcno TOKCMHOB nonagaeT B
OpPraHU3M C NULLEn UK ABASETCA NPOMEXKYTOYHbIM NPOAYKTOM obMeHa. [JeToKcMKauma NpoTeKaeT B
2 stana— ¢asy 1 n dasy 2.

®aza 1 - pepmeHTaTMBHOE BO3AENCTBME HA TOKCMH A/19 CKOPENLLEro yaaneHusa u3 opraHn3ma.
B 1 dase geTtokcuKaumm dbepmeHTbl, M3BECTHbIE NOoA Ha3BaHWEM LUMTOXpombl P-450, ncnonb3ytot
KUCNOPOA ANA MU3MEHEHMA CTPYKTYPbl TOKCUYECKUX COeAMHEHUN, NIeKapCTB WAU CTEPOUAHbIX
ropmoHoB. [na AeToKcMKauum 60/bloro pa3Hoobpasua TOKCMHOB OPraHWM3M CcO34aeT MHOro
BapuaHTOB LuTOXpoma P-450, Karkablil U3 KOTOPbIX 3aKPenIeH FeHETUYECKM.
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®asa 2 - cBA3blBaHWE TOKCMHOB M WX BbiBeAeHWe. B pesynbTate npespalleHnin B 1 dasy
60/IbLUMHCTBO TOKCMHOB CTaHOBATCA eLle bonee peakuMoHHbIMU. UX yaaneHuto cnocoberayeT 2 dasa,
Mpyv KOTOPOW CTPYKTypa TOKCMHA ele 6osblie M3MeHseTca NyTem MPUCOeAUHEHUS K Hemy
BO/Z0PACTBOPUMOM MOJIEKYIbI.

NHAOYKTOPbI U MHTMBUTOPBI (a3 AETOKCUKAL MM Nepeymnc/ieHbl B NPUIOKEHUN 2.

MonnmopdU3Mbl reHOB AETOKCUKALMM YCKOPAIOT UM 3aMeNAt0T MeTaboiM3M XxonecTepuHa u
06pa3oBaHME M3 HEro KeNYHbIX KUCAOT; npeBpaweHWe BuTamumHa D3 B aKTuBHyto dopmy;
meTabosM3M  aHAPOreHOB WM 3CTPOreHOB; MeTabosM3M  apOMaTMYECKUX  YrNeBOAOpPOAOB,
apoOMaTUYECKMX aMUHOB.

Ona HopmanbHOro GYHKUMOHMPOBAHMA MpoLecca AeTOKCMKauuM Heobxoaum 6anaHc 1 mn 2
¢dasbl. YCKOopeHue mnan 3amepieHne MeTabonnMyeckux peakumii, B Kakoh-nmbo ¢ase, npusoaut K
HAKOM/IEHMIO B OpraHM3Me TOKCMHOB U UX MPOMEKYTOUHbIX MPOAYKTOB.

Mpu aHanM3e reHoB CUCTEMbI, OTBEYAlOLLEN 33 NpoLecchl 06e3BpeXKMBaHNA BPeAHbIX BELLEeCTB
B opraHuame, y Bac 6bin BbifiBieH reHotun wt/*2A no reHy CYP1A1, reHotun *1F/*1A no reHy
CYP1A2, reHotun Leu/Met no reHy PON1, reHotun del no reny GSTM1, reHotun A/G, C/C no reny
GSTP1, reHotun S1/S3 no reHy NAT2, reHotun C/T no reHy MDR1.

benkosble NPoAyKTbl (pepmeHTbl) AaHHbIX FTEHOB, KaTaAU3MPYIOT KOHbIOraumio (CBA3bIBaHWUE)
Pa3/INUHbIX KCeHOBMOTUKOB, [AaHHAA aKTUMBHOCTb obecrneuynMBaeT K/AETKM OpraHmsama 4YenoBeka
MeXaHWU3MOM 3aLMUTbl OT BPeAHOTo BO3AENCTBUA 3TUX BELLECTB.

3AKAIOYEHUE

BbISIBAEHHblE M3MEHEeHUsi ACCOLMUPOBAHbI C YMEPEHHOW HArpy3kKon Ha
OHTUOKCUAQHTHYIO CUCTEMY OPraHM3Ma.

PekomeHaoBaHoO:

- KypcoBbili npvem noanBUTaMmUHOB.

- KypcoBoe ncnonb3oBaHne aHTMOKCUAAHTOB MPU TOKCUYECKUX Harpy3Kax.

- YMeHbLlUTb NnoTpebeHne onpeaeneHHbIX NPOoAyKTOB, TAKMX KaK XOPOLIO NPUroTOB/IEHHOE
MACO, KOMYeHble MACO UAK pbiba, U ecTb Hosblle OBOLLEl, B 0COBEHHOCTM KanycTbl (BpOKKoM) U
NlYKa. B KpacHOM MsAce, NPUroTOB/NIEHHOM MpPW BbICOKOW TemnepaType, 0bpasyloTca TOKCUYecKue
BELLecTBa, Ha3blBaeMble TeTEePOLMKAMYECKME aMWHbl WM MOAMAPOMATUYECKUE YINeBOA0POAbI.
KonyeHble maco v pbiba ABAAKOTCA APYrMMUM UCTOYHMKAMKU TOKCMHOB, BK/OYaA XMMUYECKUE
coeAMHeHWn, Ha3blBaeMble HUTPO3aMMHAMMU.

4) AHANIN3 NPEAPACNONOXEHHOCTU K NEPEEAAHUIO.

Mpu n3yyeHun reHa DRD2A (reH peuentopa godamuHa) u reHa HTR2A (reH peuentopa
CEePOTOHMHA)  BbiaBAeH reHotun C/C  no reHy SR(HTR2A), accoummpoBaHHbIN  C
NpPeapacnooKeHHOCTbIO K NepeeaaHunto n/unmn «3aegaHnio» BO BpemMsa CTPECCOBbIX CUTYaLMIA.

PekomeHaoBaHoO:

BecTn caMOKOHTPO/1b 33 KOZIMYECTBOM ynoTpebasemoit nuum.

5) HENEPEHOCUMOCTb JIAKTO3bl BO B3POC/IOM BO3PACTE.

Mpwu aHanuse noanmopdHoro sapuaHTa -13910T>C reHa nakrasbl LCT BbissneH reHotun C/C,
aCCOLMMPOBAHHDbIM C HEMEPEHOCMMOCTbIO JIaKTO3bl BO B3POC/IOM BO3pacTe.
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Bbuonor CeTtpakosa C. M.
Bpay-reHeTuK depskos M. A.
PyK. nab. cnyK6bl NobeHckasn A. 0.




MpunoxeHue 1

OBLWHME PEKOMEHAOALMUN MO ONTUMUSALUU PALUOHA:

- Mpuvem HaCbIWEHHbIX MPOB JOJKEH cocTaBnATb MeHee 10% Bcex notpebisaembix
Kanopuit. HeobxoguMmo BbIOMPATb HEXMPHbIE KYCKM MAca WMAM cpe3aTb KMP C Hero nepes
NPUrOTOBAEHMUEM MULLA.

- M#Aco uan NTUUA AOMKHbBI MPUrOTaBAMBATLCA TaKMM 06pa3om, YTOObl OHU He HaxoAMUAUCH
MpwW 3TOM B *KMpPE (KUpP OONKEH CTEKaTb), HE3aBUCMMO OT cnocoba ob6paboTku: 0brKapuBaeTcs n B
[YXOBKe, Nog, NPeccom Wau neyetcs, TyLUTCca.

- Koka nTuubl nepes, NnpuroToBaeHnem nNumM yaanaetca, a nonypabpukatbl MHAENKN fyylle
BOOOLLLE He MCMO/Ib30BaTb, TaK KAk OHW YacTO COAEpPKaT BMNPbICHYTOE TyAa HaCblWEeHHOe KOKOCOBOe
macno.

- MACHOM MAN KypWUHbBIN OYNbOH, OTBap WM Cyn AOJXKHblI OXNaXKAATbCA ANA TOro, 4tobbl
3aTBEPAEBLUMI XKMP MOXKHO 6b1N10 6bl YOpaTb C MOBEPXHOCTMU.

- OBOLWIM MOF/IOWAT KUP UM, C/NefoBaTefibHO, HUKOTAa He [AO0J/KHbI MPUroTOBAATHCA
COBMECTHO C MACOM.

- He noaropatowan nocyaa CHUXKAeT NOoTPebHOCTb B Macae 1 ero 3aMeHUTeNAXx.

- Jlydwe mcnonb3oBaTb 06E3XKMPEHHbIE WM MasIoXKUpPHbIe 3anpaBKU A/1A CafaToB (Coycbl)
HanpUMep: IMMOHHbIV COK, ManoXMUPHbIN KOrypT, TBOPOXKHbIE Cbipbl, B3OUTbIE BMECTE.

- Macno nam maprapuH moryT 6biTb B3OUTbI C XONI0AHOW BOAOW MUKCEPOM ANS TOrO, YTOObI
NOYYUTb NPOAYKT C HU3KMM COAEP!KaHMEM Kanopui. [lainte macay WA mMaprapuHy pasmardmTbes
nepepg ynotpebaeHnem TakK, YTo6bl MOXKHO HbI10 HAMa3blBaTb X TOHKUM C/I0EM.

- LlenecoobpasHo He f06aBAATb MAC/0, MOJIOKO UM MaprapuH Npu NpUroToBJEHUU TaKUX
NPOAYKTOB, KaK pUC, MaKapoHbl, KapTodenbHoe ntope. MaKkapoHaM 3TO He HYXKHO; BKYC puca nyylle
060raTMTb C MOMOLLbIO 3E/IEHU: JIYKa, TPaB, CNeLMi, YKpona UAM MeTPyLKW; B KapTodenb nyyule
[06aBNATb MAIOXKUPHBIV MOTYPT AW CAUBKM.

- 3aMeHATb LLe/IbHOE MOJIOKO OOE3KUPEHHBbIM WM MANIOXKMPHBLIM BO BCEX KY/JMHAPHbIX
peuenTtax. KoHUEHTpUpOBaHHOE 06e3KMPEeHHOEe MOJOKO, B3OUTOE B OXNAKAEHHOM MUKCeEpE,
AB/IAETCA XOPOLUIMM 3aMeHuUTenem ansa baton, Tpebyowmx Kpemos.

- Jlyywe nsberaTb HEMOJIOYHbIX 3aMeHUTENEN B3OUTbIX C/IMBOK, Tak Kak OHM 0ObIYHO BoraTbl
HaCbILWEHHbIMU ¥XMPaMK (MasIbMOBbIM UM KOKOCOBbLIMU Mac/iamMu).

- TyWwKnTb OBOLLM MOXKHO B KypMHOM OTBape, by/sibOHE WKW BMHE BMECTO Macia, MaprapmHa
WKW pacTUTENbHOro Macna.

- Mopuun 6atoa, copeprkawme 60NbLIOE KOMYECTBO XMPaA U XONeCcTepUHa AOJIKHbI ObiTb
Hebo/MblWMMMK, B TO BPeEMs KakK pasmepbl Mopuuii oBouien, GPYKTOB M APYTUX MaJIOKMPHbIX
NPOAYKTOB — YBE/IMYEHHbIMM.

- Mcnonb3oBaHMe NpPoAyKTOB, 6OraTbiX X0/1eCTEPMHOM, TAKMX KaK ANLA U BHYTPEHHME OpraHbl
KMBOTHbIX (MeyeHb, NOYKK, MO3rM), orpaHMyeHo. B Hedeno pekomeHayeTcs cbenatb He 6onee 2
ANYHDBIX YKENTKOB, BK/tOYas Te, KOTOpPble MCMO/b30BaHbl MPW BbiNeyke. benku auu, He cogepykaTt
HWKAKOro X0JIeCTEPMHA, M OHWU MOTYT NOTPEeBAATLCA YalLe.

- PerynsipHble 3aHATUA QUBMYECKMMUM YMNPAKHEHUSAMMU MOMOFAtOT KOHTPOJIMPOBATb Maccy
Te/la M NOBbILWALOT YPOBEHb SIMMOMNPOTENAOB BbICOKOMN MNIOTHOCTU B KPOBMU.

- [obaBneHne B pauMOH MPOAYKTOB, COAEPKALWMX MULLEBbIE BOJIOKHA, MPUBOAUT K
CHUYKEHWIO YPOBHSA XONECTEPUHA.

- PekomeHA0BaHO NpoBeAeHME PA3rPy30YHbIX AHEN.

- MMBOTHBINA XUP, COAEpPKALUMIACA B MOJIOKE M CbiPe, COAEPKUT OO/blUEe HACbILWEHHbIX
KMPOB, YBE/IMUMBAIOLWLMX YPOBEHb XOJIECTEPUMHA B M/1a3Me, YEM KMUPbl B KPAaCHOM MsACe U NTULE.
CnepoBatenbHo, HeobxoAMMO  WCMONb30BaTb 0b6e3KMpeHHoe wauM 1%  MOJIOKO,  Cbipbl,
NPUroToBNEHHblE U3 00e3XKMPEHHOro MoJIoKa. [Jlaxke 4YacTUYHO O0OE3KMPEHHOE  MOJIOKO,
MCMNONb30BAHHOE A1 MPUrOTOBAEHUSA Cbipa, UMEET MOBbILLIEHHOE COAEPKAHME HKMpa.

- Takne MOpCKMe NpoAyKTbl, KaK MOJIIFOCK MU KPEeBETKA, COAEPAT Maso KMpa, HO MOTyT
CAEepP*KaTb OTHOCUTE/IbHO BbICOKMIA YPOBEHb XONECTEPUHA.
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PekomeHpaumm no NPMMEHEHUIO YINeBOoACOAEPKALLUX NPOAYKTOB MUTAHUA NO FTIMKEMUYECKOMY UHAO,EKCY
(He copepikaT cBeAeHUIT N0 UHAUBUAYANbHBIM NPOTUBONOKAa3aHUAM)

YnotpebneHue

Fnukemun-
yeckum
UHAEKC

MpoAayKTbl

06sa3a-
TeNbHO

OrpaHu-
YyeHo

TonbKo B

xoae ¢wus.

Harpysku

MeHee 15

MeTpywkKa, 6a3snauKk, yKpom, canaT, MNOMWAOPbI, AYK,
WNWHAT, crnapa, BPOKKo/aM, KamnycTa, rpubbl coneHble, nepeL,
3eN1eHbIN, Cbip CyayryHu, b6pbiH3a, Cbipbl TBEPAbIE, BCE BUAbI Pbib U
pbliBHbIe KOHCEpBbl B Mac/ie, paku, Kypuua, UHAENKa, TenatuHa,
roBafMHa, KPOJIMK, MOYKM, A3bIKW, MO3MM, CBUHWHAE, BapaHuWHa,
rycb, 0OJIMBKOBOE Mac/0, PacTUTE/IbHOE MacC/I0, Caslo CBUHOE, AMKUH
C TOHUKOM, BO/IKa, KOHbAK, CEMEYKMN NOACOHYXa

15-29

Orypubl, peauc, uBeTHasa 1 bproccenbckasa Kanycra, nepel,
KpacHbIl, YeuyeBuMLA, OZIMBKM 3e/1eHbIE, MACNHbI YepHbIE, IMMOH,
rpenndpyT, exeBMKa, 3eMISHMKA, CMOPOAMHA 4epHas, ajblya,
6pycHMKa, abpuKOCbl, CAMBbLI, BUWLIHA, YepellHs, YepHOCAUB,
coeBas MyKa, NepaoBasd Kalla, MOJIOKO 0be3xupeHHoe, Kedup
HEXMPHBIN, Cbip Tody, MOPCKas KanycTa, COCUCKMU, COEBbIN COYC,
KeTYyn, COK TOMAaTHbIM, rpeukMe opexun, JyHAYK, MUHAANb,
bUCTALWKM, apaxmc, CEMEYKN TbIKBbI, LLIOKONAA, TEMHbIV

30-39

YecHOK, MOpPKOBb, LBETHasA KanyCcTa MapeHasd, MajuHa,
A6/1I0KM, CMOPOAMHA KpacHas, MNepcuKKM, TpyliM, KAybHMKa,
anenbCUHbI, TpPaHaT, HEeKTapuH, obnenuxa, WHXWUP, Kypara,
KNeTyaTKa NuLLEeBas, MakapoHbl U3 MyKM rpyboro nomosa, MOJIOKO
COEBOE, TBOPOr HEXMUPHbIN, MorypT 1,5%, MONOKO HaTypasibHoe,
TBOpOr 9%, cnmBkm 10%, Konbaca BapeHasd, ropyuua, KBac,
OecepTHOe BMHO, IMKEP, MapMmenas,

40-49

3eneHblli ropolek, ¢acosb, MKpa baknaxKaHHas, YepPHUKA,
ronybuKa, KNoKBa, MaHAAPWHbI, KPbIXKOBHUK, BUHOrpaa, GUHUKK,
OBCAIHbIE XN10MbA Cbipble, XN1e6 3epHOBON, XNebLbl LeNbHO3EPHbIE,
xneb «BbopoAMHCKMIA», TBOPOXKHAA Macca, KpaboBble NanouKy,
omner, COK MOPKOBHbIN, rpennepyToBbIN, A6104HbIN,
anefbCMHOBbIN, aHaHaCoOBbLIW, BMHOTPaAHbI, BMHO KpacHoe W
6enoe cyxoe, Kakao Ha MONOKe, Kode MO/OTbINA, LaMMnaHCKoe,
ANL0, KOKOCOBbBIN Opex

50-59

Kusu, xypma, maHro, otpybu, rpeyHeBas Kalla Ha BOJE,
MaKapOHbl M3 TBEPAbIX COPTOB MLIEHULbI, MOrypT GPYKTOBbLIN, CbIp
deTa, cblp nNnaBneHbIn, cmeTaHa 20%, KOTNETbl pblGHbIE, FOBAXbA
neyeHb, 6edcTporaHoB, KOTNETbl U3 CBMHWHbI, CIMBOYHOE Mac/o,
MaprapuH, kode HaTypaabHbIM

60-69

Ceekna oTBapHanA, Kaptodenb BapeHbli, AblHA, BaHaHbI,
aHaHacbl, M3lOM, OBCSHAA Kalla, pWUC OTBAapHOM, MaHHaa Kalla
MOJIOYHAnA, x1eb pPrKaHO-MWEeHMYHbIW, BapEeHUKM C TBOPOrOM WUAn
KapTodenem, nesbmeHn, 6aMHbI U3 MyKU BbICLLIEro CopTa, NMLLaA C
CblIPpOM, MaloHe3, KOMMNOT U3 GPYKTOB

70-79

MKpa KabaykoBas, TblKBa 3arnevyeHHas, Kabauku KapeHble,
KYKypy3a oTBapHas, apbys, puMcoBasd Kalla MO04YHas, MileHHas
Kalla Ha BOAe, CyXapWKM, CbIPHUKKN M3 TBOPOra, MOPOXKEHOE, COK B
yNaKoBKe, ra3anpoBaHHble HaNUTKK1, BapeHbe, WOKOoAa4 MOIOYHbIN,
XasiBa, LWWOKONAAHbIV BaTOHYMK, Waypma B naBalle

80-89

KapTodenbHble unnchl, pMcoBas Kawa Ha BOAe, MHOCK,
NMUPOXKOK C IYKOM U ANLLOM, MOBUAIOM, KpeKep, byaouka caobHas,
KYKYypy3Hble x0onbs, Bad/M, MOJIOKO CrylLeHHOe, Kapamessb,
NefeHLbl, MOMNKopH

90 u BbiWwe

KaptodenbHoe niope, Kaptodenb opu, KapTodenb
YKapeHbli, bynoyka ans xoT gora, 6y6/MK NMWeEHWYHbIA, TPEHKK
b6envle, xneb 6enbiit, NeyeHbe, MUPONKHbIE, TOPTbl, MWBO, Mea,
caxap, rambyprep, XoT-g0or
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PekomeHgauMm nNo NPMMEHEHUIO XKUPOCOoAEePKaLLMX NPOAYKTOB NUTaHUA
(He copepikaT cBeAeHUIT N0 UHAUBUAYANbHBIM NPOTUBONOKA3aHUAM)

HeHacblWweHHble Xupbl

MoHOHeHa- MonnHeHacbIWeEeHHble HacbiuwieHHble }Kupbl TpaHCcKupbl
CbllEeHHble Omera 6 Omera 3
MpuHUMmaTb MpuHumaTL MpuHumaTL MpuHumaTbL -
perynspHo perynsapHo eXXeaHeBHO perynapHo Monkeih 3atESy
[oBAAVHA
bapaHuHa
Macno B1HOrpagHbIx TonneHblil MaprapuHbl 4nA BbINeyKu
ABOKazo KOCTO4EK Keaposoe macno CBMHOM }M1p KynuHapHbie Xupbl
Pancosoe macno Pancosoe NbHAHOE CnuBo4Hoe Canomacsl
Opexu macno macno macsio MaiioHes
OnuBkM MofconHeYHOe MAcNo | PyiBuit sKup Cbipbl Yuncel
Onwuskosoe KykypysHoe macno MupHble copTa Kokocosoe MonkopH
Macno OnusKoBoe MOPCKOI pbibbl Macno dact-dya
Apaxucosoe Mmacno KpeseTku TenatuHa CyxapuKu
Mmacno Apaxucosoe MopcKkrne monntockm CBWHMHA Cyxue 3aBTpaKu
Apaxuc macno KyHXyTHOe macno Mtnua KeTtuyn PadmHnpoBaHHble
Macno necHoro opexa (TemHoe msco) pacTuTesibHble macna
Monoko
CnuBkm
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MHIUBUTOPDI 1 ®A3bl:

3/IMMUHALMA N OTPaHUYEHME NOCTYNIEHUSA TOKCMHOB
KYPKYMMH

CUAVMAPUH

rpennpyt

OCTpbIl nepeL,

NYK

O/INBKU

KBEPLETUH

BUTaMWHbI rpynnbl B (Bs, By, Bs, Bs), X0NUH

MarHui, UMHK, cenex

MHAYKTOPbI 2 ®A3bl:

I-3-C

KYPKYMUH
AHTUOKCUAAHTbI
anbda-nmMnoesas KMcnoTa
IIYyTOKCUM

Al

AMUHOKMC/IOTbI

MCM, meTUOHWH

donmnesas KMCNOTa, BUTaMUHbI Fpynnbl B

renaTonpoTeKTopbI

3NNarMHoBan K1cioTa*(ManuHa, necHas 3eMIAHUKA, MOPOLLIKA, eXXEBUKA, K/IKOKBA, FpaHar)
po3mapuH

APTULLOK

CUIMUMapPUH

60op, "nTUIA, MonnbaeH, UMHK (KodakTopbl)

BUDYHKLUUOHA/IbHbIE MOAYNATOPDI:

KYPKYMMH
CUAVIMAPUH
BMTaMUHbI rpynnbl B
3N1NarMHOBas KMCoTa
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