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rMOCCAPUN

FeHeTKa yenoBeKa - 0fHa M3 CaMbiX MOIOAbIX WU MEepPCreKTUBHbIX HayK, AOCTUMKEHUA KOTOPOM
aKTMBHO WCMO/Ib3YIOTCA B COBPEMEHHOW NpeauKTUBHON (npeaynpeauTtenbHoi) meanumHe. CeeaeHus,
KOTOpble Mbl Nosy4aem, NpPoBOAA T€ WU UHble UCCNef0BaHUA reHOMa, MOMOratoT BallemMy Jieyaliemy
Bpayy B OLEHKE puUCKa pas3BUTMA 4YacTbix 3aboneBaHui, noagbope ONTUMaAAbHbIX [O03UPOBOK
JIEKapCTBEHHbIX NpenapaToB, pa3paboTke WMHAMBUAYAZIbHOIO MEHIO W MPOTOKO/I0B CKPUHUHIOBBIX
nporpamm. Kpome Toro, reHeTUyeckMe [AaHHble MOryT ObiTb MCNONb30BaHbl Ana  Bblbopa
npeano4YTUTENbHOrO TMNA CNOPTUBHbBIX TPEHUPOBOK.

['@H — cTpyKTypHO-OYHKUMOHANbHAA eAMHMLA FeHOMa.

[eHOM - CcoBOKynHOCTb BCeil reHeTUYecKkoi WHPOPMaUUM oOpraHMsma. [EeHOM  COAEpPMKUT
6uonornyeckyto MHGopmaLmto, HeobXoAMMYIO ANA NOCTPOEHMA N NOALEPKAHMA OpPraHM3Ma.

Xpomocoma — CTPYKTYPHbIE 3/1eMeHTbl AApa KAeTKK, cogepxawme OHK, B KOTOpol 3akatoyeHa
HacneacTBEHHAA MHGOPMaLMA OpraHM3ma.

MyTtauma (nNaTtoreHHbliA BapMaAHT) — HapylleHMe CTPYKTYpbl, KOAMYECTBAa HaCAeACTBEHHOTO
maTepuana u/vam ero GYHKLMOHMPOBAHMA Ha Pa3/IMUHbIX YPOBHAX OpraHM3aumum (reHOM, XpOMOCOMa,
reH).

CornacHo mexayHapoaHbim pekomeHaaunam ACMG elle BblAeNAtoT:

BepoATHO NaTOreHHbI BAPMAHT — BapuaHT, KOTOPbIA MOMXeT 6biTb KNaccUPULMPOBAH Kak
naToreHHbl NpY NOJYy4YeHMUM LONOAHUTENBHOM MHOPMALUMN.

BapVIaHT C HeM3BEeCTHOMN KAMHUYECKOU 3HAYUMOCTbIO — BAPMaAHT, KOTOPbIN MOKET ObITb
KnaccmouumpoBaH Kak  MaToreHHbl/006poKayecTBeHHbIM  NpWM  MOJAYYEHWUM  AOMNOJHUTEbHOM
MHbopMaLuu.

[Do6bpoKkauecTBeHHbI U BEePOATHO A06pPOKaYecTBEHHbIN BaPUAHTbI — BapuaHTbl, He
NpuMBOAALLME K KTNHUYECKMM NPOABAEHUAM.

Monnmopduam — nsmeHeHne B HyKNEOTUAHONM NOCNEAOBATENBHOCT MEXAY WHAMBUAYYMaMM C
YyacToTol BCTpedaemoctn 6oee yem 1 % B nonynaumm.

CEKBEHVIpOBaHVIe — 3T0 obulee HasBaHWME METOA0B, KOTOpble MO3BONAIOT YCTAHOBUTb
nocnenoBaTenbHOCTb HYKNeoTUA0B B mosiekyne [HK.

FeHom yenoseKa npeacrtasneH 46 xpomocomamu — 44 aytocomamm n 2 NONOBbIMU XpoMocoMmamu: X n Y.
[.aHHbIM XPOMOCOMHbIN Habop (23 napbl) NpeAcTaBAEH B KaXKA0W K/AeTKe Hallero opraHn3ama u HeceT B
cebe 601bLUYI0 YaCTb HAacNeaCTBEHHOM MHGOPMALUM O HaLLEeM 340POBbE.

Cnepyetr OTMETUTb, YTO TEHOMbI Pa3/IMYHbIX NIOAEN He WAEHTUYHbl. B HUX CyLWEecTBYIOT OTAMYUSA,
KOTOpble HasblBAOTCA MyTauMAMW WAWM NoaMmMopousmamu. Hanuvuve wmam OTCyTCTBME MyTaUMi WM
NoAMMopdU3MOB BMAET Ha PaboTy reHos.



FrEHETUYECKUM NACNOPT

(MynbTudakropHblie 3aboneBaHus)

KpaTtkaa undpopmauyusn

MynbTudakTopHble 601€3HN ABAAIOTCA CaMOM YAaCTON MPUYMHON CMEPTU U CHUMNKEHUA KAYecTBa KU3HU
HaceneHus 3eMHOro wapa. K Takum 3aboneBaHMAM OTHOCATCA B MEPBYIO oyepenb CaxapHbli auaber,
rMnepToHMYecKan 60ne3Hb, OXXUPeEHME, eMnYecKan 601e3Hb cepaLa, OHKOIOMMA U MHOTME Apyrue.

B oT/MuMe oT MOHOreHHbIX 6one3Hel, 06yCcN0BAEHHbIX, KaK NPaBUI0, O4HOW eAMHCTBEHHOW MyTauMen,
ANA  MyNbTUPAKTOPHbLIX 3ab0NeBaHMIM  XapaKTepHO HanuuMe TaK HasbiBaeMOW TreHeTMYecKoM
NpPeapacnoOKEHHOCTM, 3aBUCALLEN OT 3HAUYMTENbHOrO YMCAa ajleneil reHoB C CyMMapHbIM
(aaanTMBHBIM) appeKTom (reHeTnueckasn KOMTMOHEHTa). PeanunsoBbiBaeTca [AaHHas
npeapacnonoXKeHHOCTb NoJ BO34eNCTBUEM (aKTOPOB BHELLHEN cpeapl (CpeaoBas KOMMNOHEHTA).

Ons OUEHKM pPUCKA pasBUTUA 3abONEBaHUIM WCMNOJMb3YHOTCA CTaTUCTUYECKME [AaHHble 6e3 ydyeTa
KNIMHUYECKUX AaHHbIX. Hanpumep, pUCK pasBuMTMA apTepuanbHON TMMNEPTEH3UM B TEYEHUE MKU3HU
coctaBnsetr 40% pana noboro 4yesoBeKa Ha naaHeTe. TaKas CUCTEMA OLEHKU PUCKA HE Y4YUTbIBaeT
MHAMBMAYaANbHbIE OCOBEHHOCTU KaKAOro 4YenoBeKa, NMOKasbiBaeT NNLLb YyCpPeAHEHHbIM MoKasaTenb B
obwen nonynaumm. Tem He MeHee, WHAMBUAYANbHbIA PUCK [A1A KaXKAOro YesioBeKa MOXKET
CYLLECTBEHHO OT/INYATLCA OT OOLEenOonyAALMOHHOFO, B TOM 4YMC/le U M3-33 PasHULbl B NEepPBUYHOM
nocnegosatenbHoctn AHK.

[na KaxOoro 4enoBeKka XapakKTepHa YHUKanbHad KOMOMHAUMA TeHeTUYECKMX BapuaHToB. MMeHHOo
NO3TOMY MHAMBUAYANbHbIA PUCK YAcTO OTAMYAETCA OT CPeAHero B NOMyAALMM — Y KOrO-TO OH Bblle, Y
KOro-To HWKe. B xofe HayyHbIX McciegoBaHWi Bbl0 BbIABNEHO MHOMECTBO FEHETMUECKUX MapPKepoB
(nonnmopdmr3moB), HanMume KOTOPbIX Yy YeNOBEKa CBA3aHO C MOBbILWEHWEM PUCKA TeX WAU WHbIX
MyNbTUAKTOPHbIX  3abosneBaHuii. bnarogapAa aHanM3y 3TUX  MapKEPOB  MOXHO  OLEHWUTb
WHOMBMAYANbHbLIA PUCK YenoBeKa B CPaBHEHMM C O6WenonynsauMOHHBIM — 3TO HasblBaeTcA
OTHOCUTE/IbHBIM PUCKOM Pa3BUTUA 3ab60/1eBaHMS.

OTHOCUTE/NIbHBIN PUCK Pa3BUTUA MYNbTU(AKTOPHOrO 3a60/1€BaHMA MOMKET CYMTATbCA MOBbLILWEHHbIM UK
MOHMMEHHbIM B  33aBUCMMOCTM OT PEe3y/ibTaTOB MPOBEAEHHOIO  MOJIEKYAPHO-TEHETUYECKOTO
nccnepoBaHua. MNokasatenb abcolOTHOrO pucKa sABnsetca 6onee TOYHbIM, HO ero pacyeT Tpebyert
aHanM3a JOMONHWUTENbHbLIX MNOKasaTefneln — Moa, BO3PacT, WUHAMBMAYaNbHbIA WM HACAeACTBEHHbIN
aHamHe3, 006pa3 KM3HW, YCNOBMUS Cpeapl, MOKasaTe/NuM aHTPOMOMETPUW, AaHHble 1abopaTopHbIX U
WHCTPYMEHTabHbIX 06Cnea0BaHN.

HO

H
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HO



Pa3BepHYTbIA CMUCOK UCCNe[0BaHHbIX FTEHETUUECKMX MAaPKepoB
npeacTasneH B Buae Tabauubi

e RS floau- FeHoTMN len RS flonu- FeHoTMn
mopdusm mopdusm
ADRB2 rs1042713 G>A G/A ADH1B rs1229984 T c/c
ADRB2 rs1042714 C>G C/G ALDH2 rs671 G>A G/G
ApoA5 rs662799 A>G A/A CYP1B1 rs1056836 G>C G/G
ApoE rs429358, E2/E3/E4 E3/E3 SULT1A1 rs9282861 T c/T
rs7412
FABP2 rs1799883 T c/C CYP1A2 rs2069514, A/F/C A/A
rs762551

FTO rs9939609 T>A T/A IL1B rs1143634 G>A G/G
PPARG rs1801282 C>G c/C INFG rs2430561 T>A T/T
ACE rs4646994 I>D 1/1 ALPL rs4654748 T c/T
COlLlal rs1800012 C>A C/A ApoA5 rs964184 C>G c/c
VDR rs1544410 C>T C/T ApoC3 rs2854117 T>C c/T
GC rs2282679 T>G T/G BCMO1 rs12934922 A>T A/A
AMPD1 rs17602729 G>A G/A BCMO1 rs7501331 T c/c
ACTN3 rs1815739 C>T C/T DRD2/ANKK1 rs1800497 G>A G/G
MMP1 rs1799750 del>C C/del FUT2 rs602662 G>A G/A
HLA-B POL_GF_50 N>27 N/N SLC23A1 rs33972313 T c/c
MTHFR rs1801133 G>A G/G NADSYN1 rs3829251 G>A G/G
MTHFR rs1801131 >G T/G SCARB1 rs11057830 G>A G/G
MTR rs1805087 A>G A/A Gpllla rs5918 T>C T/T
MTRR rs1801394 A>G A/G Fll rs1799963 G>A G/G
SLC19A1 rs1051266 T>C T/T FV rs6025 CT c/c

BHMT rs3733890 G>A G/G PAI1 rs1799889 5G>4G 5G/4G

L4 rs2243250 C>T T/T GSTM1 POL_GF_48 +/del del/del
GSTT1 POL_GF_49 +/del +/+ LPL rs328 C>G C/G
NOS3(e) POL_GF_68 VNTR 5R/4R PPARA rs135549 T>C c/c
NOS3(e) rs1799983 G>T G/T GSTP1 rs1138272 T c/c
ATGR2 rs1403543 A>G A/A FGB rs1800790 G>A G/G
ATGR1 rs5186 A>C A/A FVII rs6046 G>A A/A
AGT rs699 A>G A/A FX1I rs5985 G>A G/G
ADRB1 rs1801253 C>G C/G Gpla rs1126643 T c/c

HLA-DQB HLA-DQB1 DQX>DQ2.2 DQX/DQX GP1lba POL_GF_47 C,D>A,B c,b/C,D




Monn-

Monu-

FeH RS . — FeHoTUN leH RS R — FeHoTun
ADH1B rs1229984 T c/C CYP2C9 rs1799853 T c/c
ALDH2 rs671 G>A G/G CYP2C9 rs1057910 A>C A/A
CYP1B1 rs1056836 G>C G/G CYP2D6 rs3892097 T c/c

SULT1A1 rs9282861 C>T C/T IL1B rs1143634 G>A G/G
CYP1A2 rs2069514, A/F/C A/A INFG rs2430561 T>A T/T
rs762551
BCMO1 rs12934922 AST A/A ALPL rs4654748 T c/T
BCMO1 rs7501331 C>T c/C ApoA5 rs964184 C>G c/c
DRD2/ANKK rs1800497 G>A G/G ApoC3 rs2854117 T>C c/T
1
FUT2 rs602662 G>A G/A SLC23A1 rs33972313 T c/c
NADSYN1 rs3829251 G>A G/G PAI1 rs1799889 5G>4G 5G/4G
SCARB1 rs11057830 G>A G/G GSTM1 POL_GF_48 +/del del/del
Gpllla rs5918 T>C T/T LPL rs328 C>G Cc/G
Fll rs1799963 G>A G/G PPARA rs135549 T>C c/c

FV rs6025 T c/C GSTP1 rs1138272 T c/c

Gpla rs1126643 C>T c/C FGB rs1800790 G>A G/G
GP1ba POL_GF_47 C,D>A,B C,D/C,D FVII rs6046 G>A A/A
CYP2C9 rs1799853 C>T c/C FX1I rs5985 G>A G/G
CYP2C9 rs1057910 A>C A/A CYP2C19 rs4244285 G>A G/G
CYP2D6 rs3892097 C>T c/C AR (CAG)n R/R <22R/<22R
CYP2D6 rs35742686 T>del T/T CYP17A1 rs743572 A>G A/G

CAT Rs1001179 T T/T ESR1 rs 2234693 T c/c

GPX1 Rs1050450 G>A G/A MnSoD Rs4880 A>G G/A
NQO1 Rs1800566 G>A G/G CYP1A1 Rs1799814 C>A c/c
ABCA1 Rs3890182 G>A G/G CYP1A1 Rs1048903 A>G G/G
ApoA5 Rs12272004 T c/C CYP1A1 Rs4646903 T>C T/T
BDNF Rs6265 G>A G/G CYP2E1 Rs2070676 C>G c/c

BGP Rs1800247 T>C T/T FAD Rs174570 T c/c

BKR Rs1799722 C>T c/C FSHR Rs6166 G>A G/G

FTO Rs1421085 T>C T/C Gplba Rs6065 C>T Cc/T

GCK Rs1799884 T>C c/C GSHR Rs572169 G>A G/G

GCKR Rs1260326 T>C T/T GSTP1 Rs1695 A>G A/A
GSTP1 Rs1138272 CT c/C ILARa Rs1801275 A>G A/A




Monn-

Monn-

FeH RS . — FeHoTUN leH RS R — FeHoTun
IL-1B Rs1143634 T c/C LEPR Rs1137101 G>A G/G
LIPC Rs1800588 T C/T MC4R Rs12970134 T c/T
L-MYC Rs3134613 C>G G/T EPHX1 Rs1051740 T>C T/T
EPHX1 Rs2234922 A>G A/A NOD2 Rs2066845 G>C G/G
NAT2 Rs1801280 T>C T/T NOD2 Rs2066844 CT c/c
NAT2 Rs1799929 T c/c NOD2 Rs5743293 insC c/c
NAT2 Rs1799930 G>A G/A PGC-1A Rs8192678 G>A G/A
NAT2 Rs1799931 G>A G/G PLAT Rs4646972
NPC1L1 Rs17655652 A>G A/G REN Rs2368564 G>A G/A
PLIN1 Rs894160 G>A G/G SCARB1 Rs5888 T c/c
PON1 Rs854560 T>A T/T HTR2A Rs6311 T>C T/C
PPARD Rs4253778 G>C G/G TP53 Rs1625895 G>A G/G
PPARG Rs2016520 T C/T TP53 Rs150200764 Insl6del Del/del
TSHR Rs1991517 G>C G/G TP53 Rs1042522 Pro72arg Pro/arg
ucP2 Rs660339 T c/c TPMT Rs1800462 *1/*%2 *1/*1
ucP3 Rs1800849 T c/c TPMT Rs1800460 *1/*3B *1/*1
VDR Rs731236 T>C T/C TPMT Rs1142345 *1/*3C *1/*1
VKORC1 Rs9934438 T T/T TPMT Rs1800584 *1/*4 *1/*1

Ba*HO MOMHMUTD,
YCTaHOB/IEHNEM WM NOATBEPNKAEHNEM AMArHO3a; HE MOXET CAYKUTb ANA AMArHOCTUKMN PA3/INYHBbIX
3aBUCMMOCTEN, a ABJAETCA /INLb BCMOMOraTe/ibHbIM TECTOM AJ1a Bpaya, NO3BO/AOWMM BbIOpaTh
Hanbonee oNTMManbHbIM CNOCO6 Tepanun U NPOOUNAKTUKM.

YTO BbiABNAEHNE oONnpeaeneHHbIX

reHeTU4eCKnX BaApPUMaHTOB He ABNAETCA

MHTepI’IDETaLI,I/IH C Te4eHNem BpeMeHU MOXKET MEHATbCA, B CBA3U C NoJiydeHNEM HOBbIX Hay4YHbIX

AaHHbIX.

JaHHble no d)apMaKOI'EHETVIKe obHoBAstOTCA exxerogHo.

AHANN3 NPOBOAN/IN:

buonor: Cempakosa C. ®.

WHTEPIMPETAUWIO PE3YJ/IbTATA NMPOBOANIIN:

Bpay-reHeTuk: Kox H. B.




Sy

Yeaxcaemeoliii

Mepen Bamu pesynbTaT aHanM3a ocobeHHocTeil Balimx reHoB, KOTOPbIA MOMKET bbiTb NoNe3eH
ans GoOpMMUPOBAHUS MEPCOHA/bHbIX PEKOMEHAALMIA NO NUTAHUIO U 06pa3y KM3HWU NS NPoAeHUA
OONTONETUS U NIYYLIEro KauyecTBa KUSHM.

Haw opraHu3am paboTaeT no nporpamme, 3a/I0XKEHHOW B reHax. eHbl onpeaensaioT CTPYKTYpy U
KO/NMYECTBO OMOMOrMYECKMX MOJIEKYS, KoTopble obecneunBaloT Te€ MWAM  MHble Npouecchl
KU3HeAeATeNbHOCTU. HapylueHue CTpoeHna onpeaeneHHoro reHa — MyTauma — 3TO «MNporpammHas
OWMBKay, KOTopasa MOMEeT NpuBOAUTb K cHo OUOXMMUYECKOW peakuuu, Nekallel B OCHOBe
COCTOAHUSA, BIUAIOLLErO HA KA4yecTBO KM3HU (NoaBieHne 6onesHun).

FeHeTUYecKMM KOAOM 4YenoBeKa o0b6nagaeT Kaxpgasa KaeTKa oOpraHuMsma, OH  3anucaH
noc/en0BaTe/IbHOCTbIO M3 3 MUAAMapAoB nap «byke» (coctaBHbix anemeHToB OHK) n pacnpeaenéH
mexay 46 Xxpomocomamm.

HakonseHo 6o/ibluoe KoanyecTtBo MHPOPMALMU O BAUSHUN BapuauMi B TEHOME Ye/l0BeKa Ha
BHEWHWE nposABaeHns — ¢eHoTMn — nNoA KOTOPbIM  MNOAPA3yMeBAalOT BHEWHWA  BUA,
300poBbe/60Ne3Hb, TaNaHTbl U CNOCOBHOCTM, PeaKkLMM Ha JIeKapCTBEHHble npenapaTsbl. 3TO cAenano
BO3MOXHbIM MOAB/MIEHUE U Pa3BUTME HOBbIX HaNpaBAEHWUI TeHEeTUKU: (APMaAKOreHETUKM,
MMMYHOTEHETUKKN, OHKOTEHETUKM, HYTPUTEHETUKN U APYTUX, B OCHOBE KOTOPbIX NeXUT aHanmn3 AHK
YyeNloBeKa.

CyLLecTBYtOT MyTaLLMK, HA KOTOPbIE Mbl NMPAKTUYECKN HE MOXKEM MOBAUATL U KOTOPble NPUBOAAT

K HeobpaTMMbIM MOCNEACTBUSAM AN OpraHM3ma (OHW BCTPEYaloTCs peaKo). A cylwecTBylT U Te,
KOTOpble NpMBOAAT K HebnaronpuatHomy 3¢deKTy TONbKO B COYETaHUM C onpeaeneHHbIMU
BHEWHUMMN daKTopamu. M ecnm 3HaTb 3apaHee Hanunume «cnabbix» MecT B CBOel COBCTBEHHOM
«nporpamme», MOXHO Wu36exaTb HebaronpuATHbIX MNOCAEACTBUA, CHU3UB BO3AENCTBME 3ITUX
BHELWHNX GaKTopoB. ITO NpMBEAET K NPOANEHNIO aKTUBHOIO A0NTONETUS.
MonyyeHHble pe3ynbTaTbl NOMOryT Bam siydlie nNoHATb NpUpoAy COBCTBEHHOrO OpraHWsma U ero
notpebHocTeil. KOHEYHO «MNpPOCTO 3HaTb» CBOM FEHETUYecKMe 0COBeHHOCTM HeaoCTaTo4YHO, ANs
Nnosly4eHMaA Nonb3bl OT 3TON MHPOPMaLMK. BepoaTHo, Bam npuagértca nepecmoTpeTb CBOU NPUBbLIYKM
1 06pa3s }KN3HU, YTO-TO A06aBUTb U YTO-TO UCKAIOUYUTD.

Bbi6op NOAMMOPOHbBIX BapUaHTOB FreHOB U METOAOB UX aHanM3a, UCMOJIb3yEMbIX B HACTOALLEM
TecTe, OCHOBAH Ha pe3y/ibTaTaXx COBPEMEHHbIX reHEeTUYECKUX WUCCeOBaHUM, NpPeacTaBAeHHbIX Ha
pecypce Pubmed.

Mbl rapaHTUpyem KOHPUAEHLMANbHOCTb Balunx ANYHbIX SAHHbIX, NOAYYEHHbIX B HACTOALLEM TecTe.
O6paboTka Bawwux nepcoHasbHbIX AaHHbIX OCYLLECTBAAETCS B COOTBETCTBUM C AEWUCTBYHOLLMM
3aKoHoaaTenbcTBoM PP,

Bbnarogapvm Bac 3a To, YTO BOCMNO/1b30BaANUCh Hallel ycayroi!

Xpomocoma JTHK

-

e

p.
4/

3 JIBoiiHas

Crimpanb
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CTpyKTypa npenocTaBieHUs pesyibTaToB
reHeTUMYecKoro Tecra

MH(I)OpMaLI,Mﬂ pa36V|Ta Ha OTAe/ibHblE d)EHOTVII'IVI‘-IeCKMe NPU3HaKn, ANA KOTOPbIX OUEeHWMBAETCA
reHeTUYecKui PUCK.

B Hauyane otyeTa cneadyeT pestome B BuAe Tabnuubl, rae ANA Ka)KAOro OLEHEeHHOro npusHaka
0603HayeH ypoBeHb reHeTUYecKM O0byCNOBAEHHOW BEPOATHOCTU ero BO3HUMKHOBEHMA B BuUAE
cneayoLWmX LUBETOBbIX 0603HaUYeHUIA:

YcnoBHble 0603HaueHUsn:

lpomexkmusHbili

CpedHernonynayuoHHbIl
(3awumHeili) agppekm

pucK

YmepeHHbil
rnosblweHHbIl pucK

3HayumensHo
rnosblweHHbIl pucK

B paHHOM oOT4yeTe MNPUMEHAETCA NOACYET WMHTErpaTMBHOIO pPUCKa (cymmupoBaHue 3ddeKToB
HECKO/IbKMX TEHEeTUYECKMX BapMaHTOB B OTHOLWEHMM OAHOTO W TOro e npu3HaKa). PesynbTar
npeacTaBneH B BUAE cieaytowero rpadumka:

Mpu3Hak (oueHnBaembi PUCK):

Baw yposext pucka no

Koadduument reHeTHyeckoro pucka (% nioaei ¢ rakmm K) ) OaHHOMY NpU3HaKy

(oo x{ 20%) . - - :

'Q‘""'“’_’?_’_.{m 126 —— MUHUMaNLHO BOSMOXHIN PUCK , Ha
iMmmMyM ! T 1 OCHOBaHUKY UCCNBA0BaHHbLIX reHOR
o — E

| S MakcumanbHO BO3MOXHBLIA PUCK , Ha
| o 1 2 3 4 5 OCHOBaHUK NCCNeROBaHHbIX TeHOB

PacnpocTpaseHHOGTs YPOBHE pUcKa

Taxora kax y Bac




CymMmapHbIii OTYET NO pe3yibTaTam
MOJIEKYNAPHO-reHeTUYeCKoro aHaaunsa

FeHeTUUeCKUIA pUCK - Cpeanmii

Puck mHorogakTopHbix 3a6onesaHuit

CepaeyHo-cocyaucTblie 3abonesaHun

Puck BeHO3HbIx TpoMb6030B 1 TpoMbo3aMboNniA.
MpenpacnonoKeHHOCTb K rMnepKoaryaaumm v

Puck aptepmanbHoro Tpombo3a. MpeapacnonoxeHHOCTb K
YCUIEHUIO TPOMBOLMTAapPHOMN aKTUBHOCTU v

Puck runepromoumcTenHemMum

v
OueHKa MHAMBUAYANbHOTO, FEHETUYECKU 00YC/IOBNEHHOTO
PUCKA COCYAOCYKUBAIOLLMX PEAKLMIA U TMNEPTOHUYECKON %
601€3HU

FeHeTUUYecKum PUCK - CpepgHuii MNoBblWeHHbIN -
Puck nwemunyeckolt bonesHun cepaua .

O6meH BeLecTs
YpoBeHb XxonectTepmHa KpoBu v
YpoBeHb TPUIINLLEPULO0B KPOBM v
Puck HapyweHus amnuaHoro obmeHa
(runepxonectepnHemunn) n 6onesHu Anbureiimepa v
(Fen ApoE)
Puck caxapHoro amnabeta 2 Tmna v
Puck HapyweHns paboTbl CUCTEMbI AETOKCMKALMM OpraHnM3mMa v
BocnanutenbHbi oTBET

BocnanuTtenbHbIn OTBET Y
AtonuA Vv
ConpoTtuBasemocTb Balwero opraHnama BuMpycam u
MUKobaKTepusam TybepKynesa v

12



FeHeTUYeCKunit pUcK

- cpeAHuﬁ flossitiextett -

OnopHo-aBUraTeNbHbIN annapar

OcTeonopos — noTepst KOCTHOM MJIOTHOCTU

FeHeTUYeCcKnit pMCcK BOCNaseHns CycTaBoB
(ocTeoapTpuT 1 ocTeoapTpos)

AHKUN03UPYHOLWNIA CNOHANUANT
(6onesHb bextepesa) OMIM 106300

Mwuanrua npn GM3NYECKMX HarpysKax

PUCK CHMXeHMA NoTeHumMana pa3BuTUA CMPUHTEPCKUX KavecTs

OHKoNornyeckme npouecchbl

PaK npeacrtatenbHom Kenesbl

PaK WMTOBUAHOM Kenesbl

Pak nerkux Ha poHe KypeHusA

HyTtpureHeTtuka

l'|yBCTBO HacblWeHNA N CKJIOHHOCTb K nepeegaHunto

3 DEKTUBHOCTb HU3KOKMPOBOMN ANETbI AR CHUMKEHWNA Beca

3deKTUBHOCTb HU3KOYTNEBOAHOW AMNETbl ANA CHUMKEHUA
Beca

MoTpebHOCTb B UHTEHCUBHbIX TPEHUPOBKAX A/ CHUMKEHMS
Beca (puck «aHeprocbeperatowero Tmna» obmeHa BeL,ecTs)

MoTpebHOCTb B Pa3rpy30UHbIX AHAX

BblpaxKeHHOCTb Mo-1o addeKTa

PUCK NaTONIOMMYECKOro OT/IOMKEHUA KMPa BOKPYT BHYTPEHHMX
opraHos

MoTepa mMblWeEYHOW Maccbl NPU AUeTe C OFpaHNYEHNEM
Kanopwuit

MNMoBblWweHHas I'IOTpGGHOCTb B Omera-3 XKUPHbIX KNCNOTaX

13



FeHeTHMUYecKui PUCK MOHMKEHHbI CpepgHuii MoBbIWEHHbI1 -

PUCK OHKONOrMYecKux 3a6oneBaHMN KULIEYHMKA NPU 4aCTOM
ynoTpebeHnm }apeHoro maca Y

Hackonbko Bam HeobxoaMmo orpaHnymMBaThb NnoTpebaeHne
NMoBapeHHOM conu v

HenepeHocumocTb rtoTeHa. MeHeTMYecKan
NnpeapacnosioXKeHHOCTb K Lennakmm v

PUcK cHMXeHMA ckopocTn meTabonnsma KodpeunHa

PucK cHMKeHuA CKopocCTHn meTabosnsma ankoronsa

Vv
MeTabonmsm BuTammHa A Y
MeTabonmM3m BuTammHa B; \%
MeTabonnsam BuTammHa Be \%
MeTabonmM3m BuTammHa Bg

MeTabonmsm BuTammHa B1,

MeTabonmam ButammHa C v
MeTabonmam ButammHa D \%
MeTabonmsm sutamuHa E Y

®a PMaKOreHeTuKa

dapmaKoreHeTuKa (1-aa ¢pasa AeTOKCUKALMN KCEHOOUOTUKOB)

PUCK cHUKeHus ckopocTn meTabonmnsama CyplA2

OLeHKa pMCKa CHUMXKEeHMA aKTUBHOCTU umToxpoma Cyp2C9

v
OLEeHKa pMCKa CHUXKEHMA aKTMBHOCTU UumToXpoma Cyp2C19 y
OLueHKa puCKa CHUMXKeHuA akTuBHocTn CYP2D6 y

FeHeTHMYecKue ocobeHHOCTU U TemnepameHT

BblparKeHHOCTb YepTbl TEMMNepameHTa «m3beraHue yuepba» v
BblpaKeHHOCTb YepTbl TEMNepaMmeHTa "NoOUCK HOBU3HbI"

AaanTuBHOe nosegeHue (CKNOHHOCTb K 3aBUCUMOCTAM) y

14



3aKn4YeHne n peKkomeHaauum

PUCK MHOTO®AKTOPHbIX 3AEO/IEBAHUIA

HeraTtusHblit apPeKT reHoB:

BbisiBneHbl pakTopbl pucka UBC, B LLeSIOM PUCK He NpeBbIWaeT cpegHenonyaLMOHHbIN.

Mo nccnepoBaHHbIM reHETUYECKMM JIOKYCaM BbliBaIeHbl GAKTOPbl PUCKA, aCCOLUMUPOBAHHbIE C
YMEPEHHbIM CHUMKEHNEM 3aLMTbl OPraHNM3Ma OT KCEHOBMOTUKOB M KaHL,EPOreHoB.

YMepeHHO NOBbIWEH PUCK aNNepruyeckmx NposaBaeHUN.

MonynAUMOHHBIV BapMaHT NPeapacnooKeHHOCTU K MPOTUBOBMPYCHOM 3aLuTe.

Y Bac BbifABAEHbI reHeTU4eckne $paKkTopbl PUCKA OCTE0apTpPO3a, O4HAKO PUCK He NpeBbilwaeT
cpeaHenonynALUOHHbIN.

BbifABAEH PpaKTOp pUCKa MUanrnm nocne Gusnyeckmx Harpysok

CHUMXKEH reHeTUYeCcKMiA NoTEeHLMaN Pa3BUTHA CNIPUHTEPCKMUX KayecTs.

BblisiBIeHbl GaKTOPbI pUCKa paka NPoCTaTbl M OHKOOTMYECKMX MPOLECCOB HA GpOHE KypeHus.

BnaronpuaTtHbi 3¢ deKT reHoB:

Mo wuccnegoBaHHbIM  FEHETUYECKMM JIOKycamM Yy  Bac He BbIIBNEHO CK/JOHHOCTU K
rMnepKoaryaaLmMm u BeHo3HbIM TpoMmbo3sam.

He BbifiBNEHO GaKTOPOB pMCKa apTepuanbHOro Tpombosa.

PUCK runepromoLMcTeEMHEMUN HE NPEBbLIIAET CpeaHEenonyNsAaLMOHHbIN.

Mo uccnefoBaHHbIM FeHETMYECKMM MapKepam Yy Bac He BbIABNEHO MNOBbIWEHWUA PUCKA
rmnepToHNYecKon 6onesHu.

Y Bac He BbIIBIEHO FeHETUYECKON MpenpacrnosioKEHHOCTM K MOBbILEHHOMY COAEpPKaHUIo
X0NecTepuHa B KPOBW.

Y Bac He BbIABJEHO FEHETMYECKON NPeApacno/IOKEHHOCTU K MOBbILLEHHOMY COLEPMKAHMIO
TPUTNLEPUAOB B KPOBW.

He BbiABNEHO HN OHOTO U3 reHeTMYecKnx GakTopoB puUcka bonesHun Anburenmepa.

He BbIABNEHO NpeapacrnoNoXeHHOCTM K caxapHomy Aauabery 2 Tuna  (MHCYAWMHO-
PE3UCTEHTHOCTH).

Y Bac BbiiBNEHa MNpPeapacnosioKeHHOCTb K CpefHel CTeneHu BOCMaAUTe/IbHOro OTBeTa Mo
NcCnen0BaHHbIM FreHETUYECKUM JIOKYCaM.

CpeaHenonynsaLMOHHBIN PUCK OCTEONOPO3a.

He BbIfBNEHO reHeTUYECKOM NPeapacnoNoXEHHOCTU K AHKUIO3MPYIOLLEMY CMOHAMN0APTPUTY
(maumeHT He aBNAeTCA HocuTenem reHa HLA-B27).

UWHANBUAYAAbHBIE PEKOMEHAALUN

Mpu nNOABA€HMM  ATONUYECKUX PEaAKUUU MNPOKOHCYAbTUPYUTECHL C
MMMYHOAOTOM-OAAEPTOAOroM. KOHTPOAUPYHTE YPOBHSA BUTAMUHA D B kpoBu. Mpu
€ro CHMXEHUU - TMPOKOHCYAbTUPYUTECHh C BALUMM A€YALLMM BPAYOM nNO
HEeO06XOAMMOCTHU AOMOAHUTEABHOTO NPUEeMA NPenapaToB BUTAMUHA D.

15



HYTPUTEHETUKA

HeratusHbiit 3¢pPeKT reHoB:

— VY Bac BbifAiBNeHa ymepeHHOe NoBbIWeHWe YPOBHA NpeapacnosoXeHHOCTU K nepeegaHunto 13-3a
Mo3gHero HacTynjeHWA 4YyBCTBa HACbIWEHWA BO BpeMA enbl. Bbl Xy)Ke KOHTponupyeTte ob6bem
Pa30BOM MOPLMKU, YEM NtOAM C BAArONPUATHLIM FEHOTUMOM.

— [Ana npodunakTMKm n3bbITO4HOM Maccbl Tena 61aronpuATHLI «Pa3rpy304HbIE SHUY.

— Y Bac BblfiBfeHA reHeTMYecKada nNpeapacnoNioOXeHHOCTb K Wo-o addeKkTy. Baw puck
BO3BPALLEHUA K MCXOLHOMY BECY MOCNAE YCMELWHOro 3aBepleHMAa AMETbl Bbllle, YeM Yy Nogen ¢
61aronpuATHLIM FeHOTUMOM.

— Baw reHeTUYecKMit BapuMaHT CMNocobCcTBYyeT NOTeEpe MbIWEYHOM Maccbl Npu  auveTe C
OrpaHUYeHMEM KaNopun.

— [pn Bawem reHoTMne HegoctaTok Omera-3 MKMPHbIX KUCAOT B pauMoOHe MOXKET NPUBECTU K
60/1ee BbIparKeHHbIM HEraTUBHbIM NOCAEACTBMAM, YEM MPU APYIMX FEHOTUNAX.

— 3amepnneHHbIn meTabonnsm KodeunHa.

— WHameuayanbHas Hopma notpebneHns BuTammHa Bs Ha 30-50% Bbiwe CTaHAAPTHbLIX
pPEKOMEHAYEMbIX CYTOUYHbIX 4,03 AJ1A COOTBETCTBYIOLLErO NOJ1a M BO3pPacCTa.

— WHamBuayanbHas Hopma notpebneHus ButamumHa Bz Ha 30-50% Bblwe CTaHAAPTHbLIX
pPEKOMEHAYEMbIX CYTOUYHbIX 4,03 AJ1A COOTBETCTBYIOLLENO NOJ1a M BO3PacCTa.

BnaronpuaTtHbi 3¢ deKT reHoB:

— Bbl meHee 4yBCTBUTENbHbI K M3ObLITKY XMPOB B paLMOHe, YeM AaAM C HebAaronpuATHbIMU
reHoTMNamMm.

— MMpu paunoHe, cogeprkalem 6onblIoe KOMYECTBO YrneBoaos, Bl megneHHee HabupaeTe Bec,
4yem N0AMU C APYTMMU FEHOTUMAMM.

— Bbl OTHOCUTECH K «3HEPropacTpaunBatoOWEMY TUNY» — PeryaapHble GU3NYECKME Harpy3KKU daxke
YMEepPEHHOM NHTEHCUBHOCTU A0CTaTOYHO 3bdeKTUBHbI AnAa Bac.

— Y Bac He BbIABNEHO reHETUYECKOW NPeapacrnofioKeHHOCTU K NOBbILIEHHOMY OT/IOXEHUIO KUpPa
BOKPYT BHYTPEHHUX OPraHoB.

— He BbIABNEHO reHeTUYeCcKUX (aKTOPOB PUCKA OHKONOMUM KULIEYHWKA npu ynotpebaeHuu
XKapeHoro mAca.

— CpepgHenonynaUMOHHaA NOTPEObHOCTb B OFPaHUYEHUN CON.

— CpepgHuin yposeHb MmeTabonn3ma askorons.

— WHausupayanbHaa Hopma noTpebneHua BuTammuHa A COCTaBAAET CTaHAAPTHO PEKOMEHAYEMYHO
CYTOYHYIO 03y, COOTBETCTBEHHO NOJY U BO3pPacTy.

— WHausBupyanbHaa Hopma notpebneHua BuTammHa B, cooTBeTcTByeT  cTaHAAPTHbIM
peKoMeHAyeMbIM CYTOYHbIM 403aM A/19 COOTBETCTBYIOLLEro Nosa U Bo3pacTa.

— WHauBupyanbHaa Hopma notpebneHua BuTammHa Bg  cooTBeTcTByeT  cTaHAAPTHbIM
peKkoMeHAyeMbIM CYTOYHbIM 403aM A/19 COOTBETCTBYIOLLEro No/a U BO3pacTa.

— WHausBupyanbHaa Hopma notpebneHua ButammHa C COOTBETCTBYET  CTaHAAPTHbIM
peKkoMeHAyeMbIM CyTOYHbIM J03aM A9 COOTBETCTBYHOLLEro Noaa 1 Bo3pacTa.

— WHauBupyanbHaa Hopma notpebneHus BuTamuMHa D coOOTBeTCTBYeT  CTaHAAPTHbIM
peKoMeHAyeMbIM CYyTOYHbIM J03aM A/1A COOTBETCTBYHOLLEro Noaa 1 Bo3pacTa.

— WHauBupyanbHaa Hopma noTpebneHua ButamuHa E  cooTBeTcTByeT  cTaHAAPTHbIM
pPeEKOMEHAYEMbIM CYTOYHbIM J03aM AJ/18 COOTBETCTBYHOLLEFO NOa U BO3pacTa.



WHANBUAYAABHBIE PEKOMEHAALIMN

B cBA3M C NPEeAPACNOAOXEHHOCTbIO K NepeeAaHuio Bam pekoMeHAOBAHO:
cobAIOAEHUE PEXMMA NMUTAHUSA — HE MEHEeEe YeTbipex NPUEMOB MULLLU B A€Hb, NPU
3TOM 3apaHee onpeaeAanuTe obbem pasoBou nopuun. CTapamTecb AOAbLUE
nepexeBbiBATb NULLY. 3TA NOAE3HAS NPUBLIMKA OAQronpuaTHO BAUSET HA
NULEBAPEHME, A TAKXE AQeT AOMOAHMTEAbHOE BpPEMSA HA AKTUBALMIO
HEeMPOTrOPMOHAAbHbIX BeLLEeCTB, M Bbl no4YyBCTByeTe OllLyLLEHWE CbITOCTH
pPaHbLUE, MPEXAEe YeM CbEeAUTE AULLHME KAAOPHUU. BKAoHOMTE B CBOW PALMOH
(GAAAQCTHbIE BELLECTBA), KOTOpPbIe AJIOT (0O6beM XEAYAKY)», HO He AdIT
AMLUHUX KaAopui. Takue BeuLeCcTBA B OOAbLLOM KOAUHECTBE COAEPXATCA B
CbipbIX oBoWLaX U copykTax. CTapanTecb HOYMHATb MPMEM MULLU C OBOLLHOrO
caaaTa.

AAa Bac pasrpysoudHble AHM OGAQronpusTHbl AAS CHUXeHusa Beca. Pas B
HEeAEAID NPUAEPXKMBAUTECH AMETbl C 3-X KPATHbIM CHUXEHUEM CYTOYHOU
KaAopuiHocTU. Hanboaee npocTon cnocob — COCTABUTb CYTOYHOE MEHIO U3
OBOLLHbIX CAAATOB U (PPYKTOB.

MockoAbKy y Bac BbISIBAEHA reHeTH4eckas NpeApPaCNOAOXEHHOCTb K MO-HO
acpdbekTy, BaM peKkoMeHAOBAHO MOCTENeHHOe 3aBeplueHue AueTbl. AAa BAC
HEeXEeAdTeAbHbl KPATKOCPOYHbIE AUETbI CO 3HAYUTEAbHbIM CHUXXEHMEM CYTOYHOMU
KAAOPUUHOCTH.

PekomeHAayeTcs ynotpebaeHne Omera-3 XXUpHbI€ KUCAOTbI AO 1-2 1 B A€Hb.

PekomeHAyeTcs ynotpebAaeHne He 6oaee 1 Hyawku kocde B AeHb (A0 200 mr
KodoenHa B A€Hb).

BbiISBA@HO CKAOHHOCTb K AeUUUTY BUTAMMHA By, HEOOGXOAMMOro AAf
YACQAEHUS U3 KPOBU FOMOLUCTEMHA. PEKOMEHAOBAH KYpPCOBOW NMPUEM BUTAMUHA
By 4 pasa B roa no 3-4 HeaeAn (NMPOKOHCYAbTUPYWUTECH C Bawimm Bpa4om).

BbISBA@HO CKAOHHOCTb K A€PMUUTY BUTAMUHA B12. BUTAMUH B12 yHyBCTBYET B
peakumsax OKUCAEHUS OBGEeAKOB M XUPOB U MeTaBOAMIME T[OMOLMCTEUHA.
YcBoeHue Bi2 BO MHOrOM 3ABUCUT OT COCTOSIHUS MHUKPOCOAOPBI KMLLUEYHMKA MU
OTCYTCTBUS BOCNAAUTEAbHbIX 3060AE€BAHUIK KULLEYHHUKA.

CTAHAQPTHbIE PEKOMEHAALMU MO YPOBHIO NOTPEOAEHMA COAM AO 6-7 r B
AEHb.
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S

®APMAKOIEHETUKA

HeratusHbIit 3¢ peKT reHoB:

— [Mpn Bawem reHoTUNEe YMEPEHHO CHUMKeHa akTMBHOCTb CYP1A2 u cKopocTb meTabonmsma ero
cybcTpaTos.

BnaronpuATHbI 3¢ eKT reHoB:

— He BbIABNEHO NATONOMMYECKNX BapnaHToB reHa Cyp2C9.
— He BbisBNeHO NaTonornMyeckmMx BapuanHTos reHa Cyp2C19.
— He BbIABNEHO NATON0IMYECKUX BapuaHTos reHa Cyp2D6.

WHANBUAYAABHBIE PEKOMEHAALUN

Mpuem npenapatoB cy6cTpatoB CYP1A2 HeXeAaTeAbHO Cco4YeTaTth C
dakTopamu, noHuxawwumu  akTtuBHocTb CYP1A2 -  ynotpeb6AeHue
rpeuncdpyToBOoro cokd, kode (He 6oaee 1 HAWKU B A€Hb), GHTMOMOTUKOB
OTOPXMHOAOHOBOIO pPSAAQ.




Puck mHorogaKTopHbIX 3abonesaHunmu

CeppaeuHo-cocyaucTble 3aboneBaHun

PUCK BEHO3HbIX TPOMEO30B U TPOMBEO3MEOJ/INIA. MPELPACMO/IOXKEHHOCTb
K TMNEPKOATYNAuUun

Ball reHeTU4YecKuii pUCK BEHO3HbIX TPOMB030B U TPOMB0OIMBONNIA:

KoadduumeHT reHeTnuecKoro pucka (% nogei ¢ Takum K)

Baw K (87.5%) 0,9
MuHMyMm 0,77
MaKkcumym 10,92
0 2 s 6 s 10 r

OnucaHue pucka:

MaTonormyeckoe TPOMOOOOPA30OBaHME Yalle BbI3bIBAETCA COYETAHWMEM FEHETUYECKMX W  CPeaoBbIX
bakTopoB. MNpn HANMYUKN FeHETUYECKUX MapPKepOoB TPOMBODUINM U CYMMapPHOM reHeTUYECKOM PUCKE BblLLe
CpesfHenonyaALMOHHOTO YPOBHA Ha/iMuMe cpefoBbix GAKTOpPOB puCKa umeeT 6osbllee 3HayeHue.
leHeTMYecKMe GpaKTopbl PUCKA HA3bIBAIOT HE MOANPULMPYEMBIMM (T.€. MOBAUATL HA HUX Mbl HE MOXEM Ha
[AHHOM 3Tane pasBUTUA HAYKK).
Mo3aTomMy ANA CHUXKEHNA pUCKa TPOMBOO030B HEOBXO0ANMO yaAeNNTb 0cob0e BHUMAHME N CBECTU K MUHUMYMY
Hannume cpenoBbix GakTopPoB. K 0CHOBHbIM MOoAUdULMPYEMbBIM GaKTOPaM OTHOCATCA:

KypeHue

MeTaboMyecKknin CUHAPOM - OXKUPEHUE, apTEPUAbHAA TMNEPTOHUSA, CaxapHbI Anabet 2 Tuna

TpaBmbl, onepauun

Hannuve BapMKO3HO-U3MEHEHHbIX BEH

Mpvem npenapatos, CNOCOOCTBYHOWMX YCUIEHWUIO CBEPTLIBAEMOCTM KpoBM (KOMBUHMPOBaHHbIE
OpasibHble KOHTPALLENTMBbI, 3CTPOreH-3aMecTUTe/IbHaA roPMOHaIbHasA Tepanusa u ap.)

Hannune XpoHUYeCcKon aHeMmnm (CHUKEHMA YPOBHA remoriobuHa)

[pyrve nHamenayanbHble GakTopbl pUcka TPOMO03a, Ha KOTOpble yKaxKeT Balu nevalymii Bpau.

3AKAKOYEHUE

Mo MCCAeAOBAHHbBIM FEHOM Y Bac He BbISBAEHO CKAOHHOCTH
K rTMNEepPKOAryAsumMm U BEHO3HbIM TPOMGO3aM.
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Pa3BepHyTbIii CNUCOK UCCNEA0BaHHBIX TEHETUYECKUX MapKepoB U UX GYHKLMOHAIOM NO HanpaBAEHUIO
npeAcTaB/ieH B Buge 1abauupbl.

e

RS

feHomun

DyHKYyus

UHmepnpemayus

Fll

rs1799963

G/G

Mymauyus e eeHe Fll npusodum
K ygenu4yeHuto Koauyecmea
npompomM6uHa.

MonynayuoHHsIl eapuaHm. [aHHbIl
8apPUAHM He rosbiwaem PUCK
mpombo3a.

FV

rs6025

c/c

®dakmop ceepmesisaHus Kposu V,
mMymauyus npusooum K
pe3ucmeHmHocmu K
aKMUBUPOBAHHOMY MPOMeEUHY
C.

lMonynayuoHHsIl eapuaHm. daHHbIl
8apPUAHM He nosbildem pPucK
mpombo3a.

FGB

rs1800790

G/G

FGB KoOupyem
AMUHOKUC/IOMHYIO
nocnedosamesnbHocme B-yenu
¢ubpuHozeHa. N3 pubpuHozeHa
o0bpaszyemca ¢pubpuH —
OCHOBHOU KOMIMOHeHM
KPOBAHO20 C2yCMKQ.

MonynsayuoHHsIl eapuaHm.

Fvii

rs6046

A/A

Y Hocumeneli annens A
(G10976A) skcripeccua eeHa FVII
CHUMCEeHa, Ymo npusooum K
CHUXMceHutro codepxcaHusd FVIl e
Kposu, agnsemcs
pomeKmMuU8HbIM (haKMOopPom 8
namozeHeze mpombogunuu.

MpomexkmusHblili (3auumHbii)
ahpekm 8 omHoweHuUU
2unepKoazynayuu.

FXIlI

rs5985

G/G

AKMUBUPOBAHHbIU MPOMOBUHOM
KoaaynayuoHHsbIl gpakmop FXllla
ydyacmeyem 8 06pa308aHuUU
MHOXYECMBEeHHbIX MonepeYHbIX
CUWUBOK MeHCOY MOeKYAamu
¢ubpuHa, yeeau4yusas mem
CaMbIM MexXaHUYecKyto
MpoYHOCMb U ycmolivueocms K
GubpuHONU3Y KPOBAHO20
caycmka.

MonynayuoHHsIl sapuaHm.

PAI1

rs1799889

5G/4G

Kodupyem saHOomenuanbHeoili
UHa2ubumop

aKmueamopa naa3muHo2eHa
(NAl11). [laHHbIl 6enoK
3amedsnsaem rnpoyeccol
¢ubpuHonuza u
npensamcmayem pacmeopeHuro
mpombos.

Haubonee yacmo ecmpevaemsili
sapuaHm. Omcymcmeue
3auWUMHo20 aghpekma 8
OmMHoweHuu pubpuHoau3a.
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PUCK APTEPUA/IBHOTO TPOMBO3A.
NPEAPACMNONOXEHHOCTb K YCUNEHUIO TPOMBOLUUTAPHOMN AKTUBHOCTU

Puck YCUNEeHUA akTuBauunm TpOM6OLI,MTOBZ

KoadpuumeHT reHeTuUecKoro pucka (% nogei ¢ Takum K)

Baw K (53.6%) 1
MuHUMyMm 1
MaKkcumym ,93
o o5 1 15 2 25 3 35

OnucaHue pucka:

CKNIOHHOCTb K YCW/IEHUIO aKTUBHOCTM TPOMOOLIMTOB MOBbIWAET PUCK apTepuanbHbiXx TpPoMbO0308B, B
COYETaHUM C ANCAUNULAEMMEN NOBLIWAETCA PUCK MHDAPKTA MUOKapAA M MWLEMUYECKOTO MHCY/bTA.

leHbl GPllla, Gpla, Gplba KoaupylT TpombouMTapHble pPeLEenTopbl, KOTOopble obecrne4ymBatoT
«npuUaMnaHne» TPOMOOLIMTOB K CTEHKE COCyAa WAWM K aTepOCKNepOoTUYecKon bnslwKe, a Takke Apyr K
ApYyry. AKTUBHOCTb paboTbl TPOMOOUMUTAPHBIX PELLENTOPOB, OT YaCTM 3aBMCUT OT FEHOTMMNA U BAMAET Ha
PUCK apTepuasnbHbix Tpombo30B. MonmmopdHbii BapuaHT GPllla accoummnpoBaH ¢ 3PEKTUBHOCTbIO

acnypurHa Npv ero UCNo/b30BaHWM B KayecTse NPOUAaKTUKM TPOMBO30B.

3AKAIOYEHUE

Y Bac BbISIBA€H BAPUAHT, CBA3AHHbIM C ONTUMAAbHOU PpaGoTou
reHoB TPOMBOLUTAPHbLIX peLenTopoB. [0 HCCA€AOBAOHHbIM FTEHAOM
He BbISBA€HO PAKTOPA PUCKA MOBbILLEHUS AKTUBHOCTH
TPOMOGOLMTAPHbIX PELLEenTOPOB U aTepoTpombo3a.




Pa3BepHYTbI CNUCOK MCCeA0BaHHbIX FEHETUUECKMX MapKepoB U UX GYHKLMOHANOM NO HanpaBaeHUIo
npepcrasneH B Buae Tabaumubl.

ren RS reHomun dyHKYUA Uumepnpemayus

Gplila rs5918 /T I'eH GPllla Kodupyem mpomboyumapHsiii MonynayuoHHbIl
peuenmop ¢pubpuHoeeHa, yyacmeyem 8 eapuaHm.
Kaemo4Hol adze3uu u MexKaemoyHol
cueHanusayuu. lMpu e2o akmusayuu
npoucxooum e3aumodelicmsue
mpomboyuma ¢ pubpuUHO2EHOM KpOoB8uU.

Gpla rs1126643 c/C UHmezpuH anbga-2 (2aukonpomeur 1a IMonynayuoHHbI
mpomboyumos) — cybveduHuya adze3usHblx | 8apuaHm.
peyenmopos mpomboyumos.

GP1ba POL_GF_47 | C/C 1-B-cybveduHuya peuenmopos MonynayuoHHsIl

mpomboyumos ocywecmensem
s83aumodelicmeue mpomboyumos co
cmeHKol rnospexcdeHHo20 cocyoa unau
rnospexcdeHHoli mogepxHOCMbHo
amepocKnaepomuyeckol 6aswKu. JaHHbI
peyernmop codepicum
8bICOKO2/TUKO3UMUPOBAHHLIU palioH, 0auUHA
Komopoz2o sapbupyem u3-3a Haau4ua VNTR
(s8apuabensHoe Konu4ecmeo maHOemMHbIX
noemopos). 1ameHeHue paccmosaHUA Mexoy
AU2aHOCBA3bIBAOUWUM OOMEHOM U
naasmamuyeckoli membpaHoli Moxem
npusecmu K 0cnabaeHUI0 C8A3bI8AHUSA
¢akmopa BunnebpaHoma. Konuyecmeo
maHOeMHbix noemopos 2eHa GP1ba
onpedesansem aHMuU2eHHYH NPUHAGIeHHOCMb
mpomboyumos K A, B, C, D muny,
codepxcauwjux, coomsemcmseHHo, 4, 3, 2 u 1
nosemopos. bonee 0auHHble 8apuaHmel B u A
A8770MCA PAKMOPOM PUCKA Mpombo308,
MBC, uHgpapkma muoKapoa.

eapuaHm.




PUCK TMNEPTOMOUUCTEUHEMUU

Baw CYMMaprIﬁ reHeTn4yecku 06yCJ10BJ'IeHHbI[;I PUCK rmnepromoumncTtenHeMmumnn:

KoadduumeHT reHeTuUecKoro pucka (% nogei ¢ Takum K)

Baw K (91.6%)
MuHUMym

Makcnmym

o 0,5 1 1,5 2 2,5 3

WHANBUAYAABHBIE PEKOMEHAALUN

Takoi pe3yAbTAT HEe MCKAIOHYAET BEpPOSTHOCTb MOBbLILLEHUS FOMOLUCTEUHA
NOA BO3AEUCTBUEM CPEAOBbIX (PakTOpoB. [POKOHCYAbTUPYHMTECH C Bawmm
A€YALLUM BPAYOM.

OnucaHue pucka:

F'eHbl $ONATHOTO UMKNA U NPOGUNL METUAUPOBAHUA.

[edekTbl reHoB $ONATHOrO LUMKAA U LMKNA METUAMPOBAHUA MMEIOT OTHOLIEHUWE K NPeapacrnosoXeHHOCTH
3aboseBaHMAM YenosBeka B Lenom. Yem 6onblie AedeKToB B AaHHbIX reHax NpPMUCYTCTBYIOT B reHoTune
nauuneHTa, Tem 60/blie ero BOCNPUUMUMBOCTb K TOKCMHAM M MHOEKLMAM, XPOHUYECKOW yCTanoctn n bosee
paHHeMy Hayany BO3PaACTHbIX AereHepaTMBHbIX 3aboneBaHuii (Mwemuyeckol 6onesHM cepaua,
KapaMommonaTum, COCyaUCTON AEeMEHUMMN, OHKOIOTMYECKMX npoueccoB). Bce 3T 6onesHM oTHocATCA K
MHOTOpaKTOPHbIM M 3aBUCAT TaK:Ke OT 06pasa *KU3HU U OKPYIKaloLLEN cpebl.

YTo TaKoe meTuamposaHue?

MeTunMpoBaHMe — XMMUYECKan peakuua, npucoegmHeHne MeTuabHbix rpynn (CH3-) K pasnuyHbiM
Mmosiekynam. B opraHuame uvesnoBeKka fob6aBfeHME WM «BblYMTAHME» METUAbHOW TpPynnbl OAUH U3
rNaBHeMNWMX cnocoboB pPeryiMpoBaHUsa XU3HEHHO BaXKHbIX OBUOXMMMYECKMX MPOLLECCOB, TaKMM CNocobom
N3MEHAETCA aKTUMBHOCTb OCHOBHbIX 6uonornyeckmux mosnekyn AOHK, PHK, 6enkos. MeTunbHble rpynnbl
HeobXoAMMbl TaKKe NpU AEeTOKCUMKAUMKM KCEHOOMOTUKOB, pereHepauyM METMOHMHA W YTUAM3aLMK
roOMOLMCTENHA, cMHTe3e dpocdaTUaANAXONNHA, COUHTOMUENINHA, KpeaTUHa U HelipomeanaTopos. Hanbonee
Ba*KHbIM MOMEHTOM fABAsfeTcA meTennposaHue [HK, 3a cueT yero perynupyetca paboTa reHos, TakK
HeAOCTaTOYHOE MEeTUMPOBAHUE AKTUBHbLIX YYACTKOB MPOOHKOTEHOB MOMET NMPUBOAUTL K MOBbILLEHUIO
pUCKa 3/10Ka4yeCTBEHHbIX MPOL,ECCOB.

Yro Takoe ponatHbIit uuKn?

®onaTtHbIN UMKA — 3TO LUMKA B3aMMOMpPeBpaLLeHUii Npoun3BoaHbIX GOANEBON KMCAOTbl (BUTamuHa B9),
KOTOpble NPOMUCXOAAT B pesynbTate paboTbl depmeHTOB GONaATHOrO uMKna. [pousBoaHble GoaneBow
KMC/IOTbl MCMO/b3YIOTCA B KaYecTBe NEePeHOCYMKOB METU/IbHbIX FPyNnn A4S NpeBpalleHns roMoLucTeMHa B
6e30MnacHbIi MeTUOHWH. Kpome ¢OoMeBOM KUCAOTbl MCTOYHMKOM METWU/IbHBIX FPYMM, MNOCTYyMalowWwmx B
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0bmeH $0n1aToB, ABAAOTCA HEKOTOPbIE AMUHOKMUCIOTbLI (CEPUH, TNULWH, TMCTUAMH), NPOU3BOAHbIE XO/MHA
(6eTanH). Ocobyto noTpebHOCTb B hoNaTax UCMbITLIBAIOT aKTUBHO AeNAWMECA KNETKU, Hanpumep, KAeTKu
KOCTHOTO MO3ra, a TaK¥Ke KNEeTKM pa3BMBAlOLLErocs sMbpMoHa, MOSTOMY HenoCTaToK (osIaToOB MOMKET
BbI3bIBATb BPOXAEHHbIE MOPOKM Pa3BUTUA Y N10Aa. ANKOrob ABNAETCA aHTaroHUCTOM GOIMEBOI KUC/OTI,
OH CHM}KaeT eé ycBanBaHMe 3a CHET MHTMBUPOBAHMA CMHTE3a NepeHOCYMKa PONATOB U CHUKEHUS CKOPOCTU
3anacaHus ¢0/1aToB B MEYEHWN N MOYKaX.

B yuem 3aknovaeTca oTpuuaTenbHoe ,qel‘;ICTBMe I'OMOLI,VICTeVIHa?

MoBbilWEHME KOHUEHTpaUuM TOMOLMUCTEMHA B KpOBM — GaKTOp pPUCKA CepaevyHO-COCYAUCTbIX W
HelpoaereHepaTMBHbIX 3abosieBaHU, TakKUMX KaK aTepoCKiepos, uwemuyeckaa 6onesHb cepaua
(cTeHoKapansa U MHGAPKT M1MOKapAa), BEHO3HbIN TPOMB03, MHCYILT U 601e3Hb Anblreiimepa.

3AKAKOYEHUE
CpeAHenonyAsSLUMOHHbIN PUCK rMNePromMoLUCTEUHEMMUM.

Pa3BepHYTbI CNUCOK UCCeA0BaHHbIX FEHETUUECKMX MapKepoB U UX GyHKLMOHANOM MO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubl.

lFeHo-
fen RS mun ®yHKYUA Unmepnpemayus

MTHFR | rs1801133 | G/G 06pasyem akmusHyro opmy MonynayuoHHsIl sapuaHm.

¢gonuesoll Kucssomel,
Heobxo0umyto 014
pemMemunuposaHuUA
20mMoyucmeuHa u opyaux
monekysn, 8 yacmHocmu, HK.

MTR rs1805087 | A/A Yyacmeyem HernocpedcmeeHHo lMonynayuoHHsIl sapuaHm.
8 pememusuposaHuUU
20MOYUCMEUHQ.

MTRR rs1801394 | A/G Boccmarasnusaem pabomy BapuaHm G accoyuupyemcs
pepmerma MTR. U3MeHeHUeM Kamanaumu4yeckux

ceolicme ghepmeHmMa, Ymo moxem
MpusooduUMb K HOKOMAEHUIO
20MouyuCMeuUHa.

BHMT rs3733890 | G/G AnbmepHamusHeili myms MonynayuoHHsIl sapuaHmM. CpedHAA
pememunuposaHus nompebHocmob 8 hocchamudunxonuHe u
20MOYyUCMeUHa ¢ bemaute.
ucrone3osaHuem bemauHa.
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OUEHKA UHAUBUAYANBHOTIO, TEHETUYECKU OBYC/IOBJIEHHOIO PUCKA
COCYAOCYXMBAIOLMX PEAKLUUA N TUNEPTOHUYECKOW BOJIE3HU

leHeTUyeckui PUCK I'VII'IepTOHVI‘-IeCKOﬁ 60ne3Hun no nccnegoBaHHbIM JIOKYCaM:

KoaddpuumeHT reHeTnUecKoro pucka (% nrogeit ¢ Takum K)

Baw K (85.5%) ,9
MuHUMyMm 0,77
Makcmym 4,05
0 : 2 3 s 5

WHANBUAYAABHBIE PEKOMEHAALWUN

Takoi pesyAbTAT HE UCKAIOHAET BEPOATHOCTb PA3BUTUS FMNEPTOHUYECKOM
GOAE3HU NMOA BO3AEHNCTBUEM CPEAOBbIX PAKTOPOB. MPOKOHCYABTUPYUTECH C
Bawwmm AevaLLMm BPpavoMm.

OnucaHue puUcka:

Perynauma apTepuanbHOro AaB/AEHUS MNPOUCXOAWUT C MOMOLLbIO KOOPAMHWPOBAHHOM PaboThbl
HECKOJIbKMX TOPMOHA/IbHO-PEPMEHTATUBHBIX CUCTEM: KaTEXO/ITAMUHOBOMW, PEHUH-aHTMOTEH3UHOBOW U Ap.
MpucyTcTBME NATONIOMMYECKMX aNNeNiell reHOB, KOAMPYIOWMX KatoyeBble 6eNKM 3TUX CUCTEM, NOBbIWAET
BEPOATHOCTb [EKOMMEHCALMWN PETYIMPOBKU YPOBHA apTepuasbHOro [AaB/eHWA Mpu BO3AENCTBUM
HebnaronpuATHbIX GaKTOPOB OKpyXKatoWwel cpeabl (KypeHUM, CTPEeCccoB, OXMPEHMUA) U YBEINYMBAIOT
BEPOATHOCTb BO3HUKHOBEHWSI TMNEPTOHUYECKON 60s1e3HN. AnnenbHble BapuaHTbl HEKOTOPbIX FeHOB
accouMMpoBaHbl C BapuMabenbHOCTbIO CTEeMeHU BO3AEWCTBUA XPOHUYECKON TMNEePTOHUM Ha OpraHbl
MULEeHN. Kpome TOro, onpefeneHHbI FeHOTUN MOMKeT BAMATb Ha MPOrHOo3 OTBeTa Ha Tepanuio
KOHKPETHbIMW npenapaTtamu. Hannume poacTBEHHUKOB C FMNEPTOHMYECKOM b6osie3Hblo (bpaTbs, cEcTpbl,
poguTenu, aagu, Tetn, 6abyLliku, AedyWwKn) TakKe anseTca GakTopom puUcka.

CpenoBbiMM paKTOpaMm PUCKA, 3aMyCKatoLLMMM NaToNOrMYecknin 3ddeKT reHoB, ABNAIOTCA:

1) n3bbiTouHoe ynoTpebaeHne conu;
2) n3bbITOYHbIA Bec M MOBbIWEHHOEe MNoTpebseHne NPOAYKTOB C BbICOKMM TIMKEMUYECKUM

NHAEKCOM («BbICTPbIX» YrNeBoaos);

3) XpOHUYECKUIA CTpecc;

4) paboTa B HOYHOE BpeMmMs;

5) cHWXKeHHasa ¢ur3nyecKkan akTUBHOCTb;

6) HeLOCTaTOYHOE NPUCYTCTBME B MULLE aMUHOKUCIOTbI L-aprMHUHA (COAEPHKUTCA B TbIKBEHHbIX

CeMeYKax, MAce U Ap. NPOAYKTax).

3AKAIOYEHUE

Mo uccAe AOBAHHbIM FeHETUHECKUM MAPKEPAM Y BAc He BbISSBAEHO NOBbILLEHUS PUCKA
runepToHn4eckon 6oAe3HU. TAKOM pe3yAbTAT HEe UCKAIOHAET BEPOSATHOCTb NOSABACHUS
ACGHHOTO 3060A€BAHMS TAK KAK CYLLLeCTBYIOT APYIrMe reHeTu4eckue
U HereHeTu4yeckue oakTopbl puMckKa.
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Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM NO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

ren RS rero- DyHKYyus Uumepnpemayus
mun
ACE rs4646994 I/l Kamanusupyem pacujenneHue 3awumHsili aghhekm 8 omHowieHUU
aHauomeH3uHa | 0o aHauomeH3uHa Il. passumusa 2unepmoHuYecKol
6one3Hu. Boiwe sepoamHocme
donzonemusd. FeHomun
aCCoOYUUPOBAH C 8bIHOC/IUBOCMbIO 8
cnopme. @apmakozeHemu4eckul
mapkep: chedHernonynayuoHHAA
agppekmusHocmo uH2ubumopos Afld.
AGT rs699 A/A AH2UOMEH3UH, peaynupyem 3awumHsili eapuaHm 8 omHoweHuu
apmepuansHoe dasneHue u 6aaaHc a2unepmoHu4eckoli 6osne3Hu.
3/1eKMmpoauMos. ®dapmakozeHemuyeckuli Mapkep:
cpedHenonynayuoHHas
3ghchekmuBHOCMb AHMA20HUCMOB
peuyenmopa aHauomeH3uHa ll.
ADRB1 rs1801253 c/G B-adpeHepauyecKuli peyenmop-1 HelimpanoeHsili gapuaHm 8
obycnasnusaem ¢usuosnozudeckue OMHOWeHUU 2unepmoHuUU.
aghghekmeol a0peHaAnUHaA U HopadpeHanuHa. | dapmakozeHemuyeckuli Mapkep:
HUXce aghhekm om 1eKapcmeeHHbIX
npenapamos b-adpeHobso0kamopos
10 CPABHEHUIO C HOCUMENAMU
eeHomuna C/C.
ADRB2 rs1042714 c/G bema-adpeHopeuyenmop 2 muna. Haubonee yacmelli sapuaHm.
Mpucymcmeyem Ha MeMbOPAHAX KAemoK
21a0Kol MycKyaamypel U 8 ¥Upoabix
Knemkax. Yuacmeyem e Mmobunauzayuu
HUPA U3 HUPOBbLIX KAIEMOK 8 omeem Ha
20pMOHbI (AOpPeHAasUH, HOPAOPEHAsUH),
CMUMyAUPYyOM 2/IUKO2EHOAU3 8 MEYEHU U
8bI6POC 2/110KO3bI 8 KPOBb 014
B0CIMOMHEHUA 3HEP2EMUYECKUX
nompebHocmeli pabomel Mblwiy,.
ATGR1 rs5186 A/A peyenmop K aH2uomeH3UHy nepeo2o CpedHenonyaayuoHHbIlU puck Ib.
muna.
ATGR2 rs1403543 A/A Peyernmop K aH2aUOMEeH3UHY 8mMopo2o ®dakmop pucka aunepmpoguu s1e8020
muna, npusoouUm K pacwupeHuro HcesnyOoUKa rnpu XpoHu4yecKol
KOPOHAPHbIX MUKpoapmepul, a 3Ha4um K | apmepuansHol sunepmeH3uu y
YAYYWEHUIO KPOBOCHABO¥EHUA MUOKAPOA, | MYyMHYUH.
pasdpaxrceHue peyenmopa 8mopo2o muna
C8A30HO C 2ubesbro U uHeubuposaHuem
npoaugepayuu 3HOoOMeAUuoyUMos, Ymo
MOXem OKA3bI8aMb AHMUAMepo2eHHbil
ahgpexkm.
NOS3(e) POL_GF_68 | 5R/4R NO-cuHmasa — npou3zeooum oKucsieHue Haubonee yacmo scmpevaemsbili
apauHUHa ¢ obpasosaHuem okcuda azoma, | eeHomurn. CpedHenonyaAyUOHHbIU
Komopulli aenaemcsa puckK b.
cocyoopacwupaouUuM hakmopom.
NOS3(e) rs1799983 G/T NO-cuHmasa — npou3sooum oKucsieHue Haubonee yacmo scmpeyaemoili

apauHUHa ¢ obpaszosaHuem okcuda azoma,
Komopelli Aenaemcs
coCyoopacuwupaoUuUM haKmopom.

2eHomurn. CpedHenonynayuoHHbI
puck Ib.
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PUCK MLLEMUWYECKOW BONE3HU CEPALA

Baw reHeTMyeckui PUCK NeMUnYeckom 6o1esHu cepAaua no nccnegoBaHHbIM reHHbIM JIOKYCaM:

KoaddpurumeHT reHeTuueckoro pucka (% ntogei c takum K)

Baw K (97.5%)
MuHUMym

MaKkcumym

WHAUBUAYAAbHbIE PEKOMEHAALNN

O6cyaute C Bawmm Aevawmm BpPAYOM BO3MOXHOCTU AMAFTHOCTUKM U NpPO-
duarakTkm UBC. CTtapamTecb NPOXoAUTb B A€Hb He MeHee 7000 waros (4-5 km). Bo
BpemMs XoAbObl/6era y Bac He AOAXHO BO3HMKATb HEMPMUATHLIX OLLYLLLEHUN B FPYAM.
EcAM 3TO He TaK, NPOKOHCYAbTUPYUTECH C BAluMm Ae4aLLLUM BPAYOM.

OnucaHue pucka:

NwemuuyecKkas 6onesHb cepaua (MBC) Bbi3BaHa HapyLLEHMEM KPOBOCHABKeHNA cepAeUuHOon MbiLlLbl —
MMWoKapaa. lNpenaTcTBOBaTb KPOBOTOKY MOMET aTEPOCKNEpPOTUYECKas OnfAlKa UAM pesKoe CyXeHue
cocyn0B. ITO COMPOBOXKAAETCA NEpPUOoAMYECcKoi ocTpoit bonblo B 0b6nactu cepaua. Ecam KpoBOTOK He
BO30OHOBASAETCS, TO BO3HMKAET MHPAPKT MUOKapAa.

MNBC aBnaetca MHorodakTopHbIM 3a60/1eBaHNEM B OCHOBE KOTOPOFO JIEXKUT COYETAHME PA3INYHbBIX
NMPWUYMH, YaCTO COYETAETCA C APYTMMU CEPLAEYHO-COCYANCTbIMMN 3a601€BAHUAMMU, TAKUMU KaK FTMNEPTOHUS.

dakTopsbl, cBA3aHHble ¢ UBC, nogpasaenstoTca Ha HeMameHsemble GaKTopbl pUcKa (Bo3pacT, Noa u
reHeTuMka), u moamoduumpyembolie GaKTOpbl PUCKA (TMNEPTOHMA, TUNEPAUNUAEMUA, KypeHue, auaber,
nosegeHyeckme @akTopbl M rMNepTpodus NEBOrO KenyaouKa), CyLLecTBYOT M 3awuTHble aKTOPbI
(nMnonpoTenHbl BbicoKolM nnoTHocTM (JINBM), perynspHble ¢u3MYecKMe YNparkKHEHWs, U ICTPOTreH Yy
YKEHLMH).

dopmmnpoBaHME aTePOCKIEPOTUYECKOM BAALIKM B apTepusax MPOUCXOAUT AAUTeNbHO, rogamu. lNpu
3TOM 4YeNoBEeK KaK MpaBW/o, He OLyLWaeT KaKUX-TO HeratMBHbIX MOCNeACTBMIA, MOKa bOnswka He
nepeKpbIBaeT TOK KpoBu B cocyae 6onee yem Ha 50%. B nx GpopMnpoBaHUM MOryT NPUHMMATb yHacTue He
TO/IbKO NNWABI, HO U APYyrMe KNeTKa, BUPYCbl, aHTUTeNa 1 Ap. baswKa nmeet 060104Ky, Npu pocTe BAALLIKM
W HaKoM/JeHWe MNUA0B, NPOUCXOAMUT ee UCTOHYEHME U Pa3pblB, YeMY TaKKe CrnocobcTByeT BOCMaeHne co
MHOFMMW  aKTUBMPOBAHHbIMW  BOCMA/IMTE/IbHBIMU ~ KNeTKaMW U UUTOKMHaMK. Paspbie  BaswKu
CONpoBOXAaeTcA TPOMOO30M M B 3aBUCMMOCTU OT €€ IoKanM3aummn - MHGAPKTY MMOKapaa UAN FOJI0BHOMO
Mo3ra. leHeTuyeckne GpaKkTopbl MOTYT BAMATL HA AECTabUNM3aLMI0 aTEPOCKAEPOTUYECKOMN BAALLKK.

B nccnepoBaHum aHanusa accoumnaumii ¢ MBC, Ha aeBATon Xpomocome bbin BbiABAeH NoKyc 9p21.3 (B
yacTtHocTK, reH CDKN2B-AS1 KoTopblli y4acTBYeT B peryasumm paboTbl HECKOJIbKUX FEHOB OTBETCTBEHHbIX
3a passuTne UBC. Annenb «G» obecneuynmBaeT OoNTMUMaNbHYO PaboTy, Toraa Kak annenb «C» aBnserca
dakTopom pucka MBC. HebnaronpuaTHbI BapuaHT LWMPOKO PACNpPOCTPaHEH B pasHbIX 3THOCAxX, 3TO
CBA3AHO C TEM, YTO C IBOJIIOLMOHHON TOYKM 3PEHUsA, CKNOHHOCTb K MBC He BaMAna Ha oTbop, Tak KakK
ABNSAACH «BO3PACTHbIM» 3a60/1eBaHNEM, BO3HMKAET 0BbIMHO MOC/IE PENPOAYKTUBHOIO BO3pacTa.

3AKAKOYEHUE
CpeAHenonyAsLUOHHbIN PUCK.

27



Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM NO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

ren RS reHomun dyHKYuUA Uumepnpemayua

Gplila rs5918 /T leH GPIlla kodupyem mpomboyumapHseil | MonyaayuoHHbIl
peuenmop ¢pubpuHozeHa, yyacmeyem 8 sapuaHm.
Kaemo4HoUl adze3uu U MexKaemo4HoUl
cueHanusayuu. lMpu e2o akmusayuu
npoucxooum e3aumodelicmsue
mpombouyuma ¢ pubpuUHO2EHOM KPOBU.

ApoE rs429358, E3/E3 AnonaunonpomeuH E. Ydaacmeyem 8 MonynayuoHHs.il

rs7412 obmeHe nunudos 8 KPosu U 8 obmeHe sapuaHm.

XosecmepuHa 8 Mmo3ze (U 8 HeKOMopPbIX
Opyaux opaaHax).

MMP1 rs1799750 C/del MMP1 — konnaeeHa3a 1, MampuKcHas lMosbiweHa

memannonpomeuHasa 1. PepmeHm
MMP1 pacwennaem 6enKku
MeX(K1emo4YHOM fpocmpaHcmae
(konnaeensi I, I, 1l, VII, VIII, X, X munos u
Opyaue). pynna pepmeHmos
Mampuy4Hbsie MemasnnornpomeuHassl
sKknrouaem 20 6aU3KUX Mo
aMUHOKuUc0mHol nocsnedosamesnisbHocCMu
6es1K08, 8bIMNOMHAWUX PA3/UYHbIE
GhyHKYUU 8 (hu3UO0M02UHECKUX U
amos102UYeCcKUX MPOUECccax, 8KAYAA
ambpuoeeHes, mKkaHegoe
pemodenuposaHue, 3axusneHue paH,
socnasneHue u m.0. MMP-1 npuHumaem
yyacmue 8 0e2padayuu Konna2eHo8bix
Humeli 8 npouecce pemooenuposaHus
3KCMPAYEeNoAAPHO20 MAMPUKCA.

akmusHocme MMP1,
ymepeHHbIl hakmop
pUCKa 8 OMHOWeHUU
decmabunusayuu
amepocKaepomuyeckux
bnawek. Haubonee
yacmeili eapuaHm.




OBMEH BELLECTB

YPOBEHb XONNIECTEPUHA KPOBU

Balll pMCK NOBbIWEHUA YPOBHSA X0/1eCTEPUHA KPOBMU:

KoadduumneHT reHeTuUecKoro pucka (% niogei ¢ Takum K)

Baw K (97.0%)
MUHUMYM

Makcumym

o 0,5 1 1,5 2 2,5 3

OnucaHue puUcka:

XonecTepuH - BUA, }KUPOB, KOTOPbIW BbINOJIHAET B OPraHM3Me MHOMKECTBO BayKHbIX QYHKLUMIN - BXOAUT B
COCTaB MeMbpaH KNEeTOK, ABAAETCA NPeALecTBEHHUKOM CTEPOUAHbLIX FOPMOHOB U T.4. XOo/lecTepuH
KPOBW - BayKHbIN MapameTp, MOBbILIEHWE KOTOPOro MPUBOAUT K YBEJMYEHUIO PUCKA aTepOCKIeposa U
aTtepoTpombo3a. XonectepmH nonagaeT B opraHnam 13 6oraton XKupamm num, Ho 6onbLlas ero 4YacTb
CUHTEe3MpyeTcs B neveHU. COCTOSHME MeYeHU - BarKHbI GaKTop, BAUAIOLLMI Ha YPOBEHb XOJ/IecTepUHa.
HeKkoTopble BapuaHTbl TEHOB, KOAUPYIOLLMUX BENKM - MEPEHOCUMKM XONECTEPUHA, PELLENTOPbI K HEMY U
dbepmeHTbI, yyacTBylowmMe B ero meTabonmsme, accoUMMpPOBaHbl C YPOBHEM XonecTepuHa. Hopmoli
ABNIAETCA YPOBEHb 06LLEro xonectepuHa meHee 5,2 Mmosb/A. JNA OLEHKU CKOPOCTM NPOrpeccnpoBaHus
aTepOoCKNep0o3a BaXKHO COOTHoLLEeHUe xonectepmHa JIMHM (HU3KOM NAOTHOCTU - «NJIOXOW XONECTEPUHY) K
xonectepuHy JIMBM (BbICOKOW MAOTHOCTM - «XOPOLUMIA XONIECTEPUHY), 3TO COOTHOLUEHWE Ha3blBaeTcs
«UHAEKC aTEPOTEHHOCTU», B HOPME OH Zl0/1KeH BbITb MeHee 2,5.

3AKAIOYEHUE

Mo uccAeAyeMbIM reHeTUMECKUM NPEeAUKTOPAM PUCK MOBbILLEHUS YPOBHS
XOAECTEePUHA KPOBU CPeAHENONYASALLUOHHbIMN.




PBSBepHyTbIﬁ CNMUCOK UccsiegoBaHHbIX reHETUYECKUX MapKeposB U Ux d)yHKLI,MOHaHOM no Hanpas/eHuto

npepacrasneH B Buae Tabaunubi

leHo-
len RS DyHKYuA Uumepnpemayusa
mun

ApoE rs429358, E3/E3 | AnonunonpomeuH E. lMonynayuoHHsIl sapuaHm. He gbisasneHo

rs7412 Yyacmeyem 8 obmeHe GhaKkmopa pucka 8 OMHoweHuUU caedyrouux
Aunudos 8 KPosu U 8 0bmMeHe | MPU3HAKO8: MO8bILWEHUA X0AecmepuHad 8
XosnecmepuHa 8 mosee (U 8 Kposu, nosbiweHus mpuaauyepudos
Hekomopbix Opyaux op2aHax). | Kposu, bonesHu Anbyeelimepa.

PPARA | rs135549 c/C Peuenmop akmusauyuu Omcymcmeue sghgpekma npu oueme ¢
npoaugepayuu rnepoKcUcom 02paHUYEeHUeM #UpPo8 Mo CPABHEHUIO C
anbgpa. Pecynupyem Hocumenamu 2zeHomuna TT (Ha ocHosaHUU
3KCMpeccuto 2eHos, u3smepeHus nokasamesel COOMHOWEHUA
KoOupyrouwux hepmeHmel U oparyuli nunudos Tr//1MBM u
mpaHcrnopmHsie 6enkKu, JITTHII/JIMBI), 6onbuwe sepoamHocms
Komopble KOHMpoaupyrom npumeHeHus aunudcHuxcarowux J1C npu
20Meocmas Aunuoos, Ymo 8 HapyweHUU AUnuOHo20 rnpoguss Kposu.
umoee npusooum K
cmumynayuu okucneHua MK u
yAy4yweHuto memabonausma
AUNornpomeuHos.
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YPOBEHb TPUTNTULUEPUAOB KPOBU

Balu pMCK NOBbIWEHWUA YPOBHSA TPUIIMLEPULOB KPOBMU:

KoadpuumeHT reHeTuueckoro pucka (% noaei ¢ Takum K)

Baw K (87.0%) 0,97
MuHUMmym 0,73
Makcmmym 6,5
0 : 2 5 " 5 6 .

OnucaHue pucka:

Tpurnnuepuabl - o6WUPHBIA KNAcC MPOB, B COCTaB KOTOPbIX BXOAAT Pa3/IMUHbIE KUPHbIE KUCNOTbI
(HacbluleHHbIE, MONMHEHAaCbIWEHHbIE, MOHOHEHAaCbIWEeHHbIe). Bonbluas 4YacTb XMPOB nonajaer B
OpPraHn3m M3 NULIM B BMAE TPUIINLLEPUAO0B. YPOBEHb TPUIINLEPUAOB B KPOBM BO MHOrOM 3aBUCUT OT
obbema notpebneHna KUPOB U M3MYECKOM aKTMBHOCTU. CaxapHbli AuabeTr U HapylweHue
TONIEPAHTHOCTU K YI/IEBOAAM TaKMKe ABAAKOTCA 3HauMTe/NbHbIM (GaKTOPOM PUCKa BbICOKOrO YPOBHA
TPUTNNLEPMAOB B KPoBU. CyLLECTBYIOT pa3/iMuma B HOPMaxX YPOBHA TPUIIULEPUAOB B 3aBUCMMOCTM OT
nosia 1 Bo3pacta (4em cTaplue, Tem BbILIE; Y MYXUYMH Bbllle, YEM Y XEHLLMH), OAHAKO KeNaTeNbHO He
Bbile 2 MMOb/A.

3AKAIOYEHUE

Mo uccaeAyemMbiM reHeTUMECKUM NPEAUKTOPAM PUCK NOBbLILLEHUS YPOBHS
XOAECTEPUHA KPOBU CPEAHENONYAALUOHHBIN.
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PBSBepHyTbIﬁ CNMUCOK UccsiegoBaHHbIX reHETUYECKUX MapKeposB U Ux d)yHKLI,MOHaHOM no Hanpas/eHuto

npepacrasneH B Buae Tabaunubi

ren RS FreHomun DyHKYuA Unmepnpemayus
ApoA5 rs662799 A/A AnonunonpomeuH A5. Bxooum | Haubosee yacmell eapuaHm.
8 cocmas AunonpomeuHos Omcymcmeue 3auUumHo20 hakmopa
8bICOKOU U 04YeHb HU3KOU OMCUpPEeHUA 30 c4em PaHHez20
naomHocmu. Cmumynupyem HacoelweHusA. lMompebHocme 8 OMeza-3
pacrnaod #upos, uH2ubupyem nonyaayuoHHas.
CUHMe3 mpuaauyepuoos 8
rneyeHu.
ApoA5 rs964184 c/c benoK «yuHKo8bIX nansyes» He sbifasneHO eeHemu4ecKo2o chakmopa
peaynupyem mpaHCcKpunyuro pucKa eunepmpueznuyepudemuu u
2eHo8, NMPoOyKMbl KOMOpPbIX memabosnuyecko2o cuHopoma. B
pez2ynupyrom ypoeeHs cpedHeM, MeHbUIE 8bIPAHEHO 8UAHUE
mpueanuyepuoos. Hu3Koxcuposol duemeol HQ AUMUOHbIU
npogunsb, Yem y nayueHmos ¢
Hocumesnbcmaeom annena «G».
ApoC3 rs2854117 c/T APOC-Ill exodum 8 cocmas He sbifasieHO eeHemu4ecko2o chakmopa
JIMBIT u JINMOHIT u XunoMUKPOH, | pucka aunepmpuaauyepudemuu u
UHaubupyem akmusHocms LPL. | HeasnKo20s16HO20 cmeamozenamosa
npu dueme c 8bICOKUM COOepHaHUem
Hupos.
ApoE rs429358, E3/E3 AnonunonpomeuH E. lMonynayuoHHeIl sapuaHm. He
rs7412 Yyacmeyem e obmeHe nunudos | 8bifA8a1eHO (haKmopa Pucka 8
8 Kposu U 8 obmeHe OMHoWeHUU cnedyowux npu3HaKos:
XosiecmepuHa 8 mo3see (U 8 rosvileHue xonecmepuHa 8 Kposu;
HeKomopbix Opyaux op2aHax). nosbiwieHUe mpuaauyepudos Kposu,
6os1e3Hb Anbyeelimepa.
FABP2 rs1799883 c/C llepeHoCYUK HUPHbLIX KUciom 8 | MeHee akmugHoe 8CacCbi8AHUE HUpPO8 8
MOHKOM KUWeYHUKe. KUWeYHUKe, CHUX(eH PUCK OM/I0H(eHUA
KoHmponupyem JUPOB BOKPY2 BHYMpPEHHUX 0P2aHO8.
agphekmusHoOCMb yceoeHus CHUXteHa aghdhekmusHOCMb
YUPOB, nocmynaruwux ¢ HU3KOoMCUposbix duem. MeHbwe pucK
nuwed. aunepmpuenuyepudemuu.
LPL rs328 c/G JlunonpomeuH aunasa dakmop puckKa
ocyuwiecmesnsem 2uoposau3 aunepmpuenuyepudemuu,
mpuanuyepudos, omuwiennas amepocKs1epo3a U HeasaKo020/16HO20
HCUPHbIE KUCaomel, 8X00AWUX 8 | cmeamozaenamosa npu odueme ¢
cocmas xusnoMuKpoH u JIMIOHIT, | 8bICOKUM cOOepHaHuUem #Uupos.
peaynupys, makum obpasom,
yposeHb TI 8 Kposu u
obecnevusasn sHepeemu4yeckue
nompebHocmu mKaHed.
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PUCK HAPYLLEHWUA IUNUAHOTO OBMEHA (TMNEPXONECTEPUHEMWU) U BONE3HU
ANbLTEMMEPA (FEH APOE)

Puck 6onesHn Anbureimepa Ha ocHoBe aHanunsa reHa ApokE:

KoadpuumeHT reHeTuuecKoro pucka (% noaei ¢ Takum K)

Baw K (97.0%)
MunHuMmym

Makcmmym

WHANBUAYAABHBIE PEKOMEHAALNUN

Mpy HEOBGXOAMMOCTU AMMUAOCHMXKAIOLLEN TEPANUUM CTATUMHAMM, Bbille MX
TepaneBTuYeckui 3cpPeKkT, 4emM y Hocuteaein ApoE 4.

OnucaHue puUcka:

3p00poBbe cepaua U CoOCyAoB BO MHOMOM 3aBUCUT OT OCOBEHHOCTEN XMPOBOrO 0OMeHa B Hallem
Tene. HapyweHua obmeHa AMNMA0B W NOBbIWEHWE YPOBHA TaKWX MOKasatenei 6MOXMMMYECKOro
aHa/M3a KPOBW, KaK XONeCTepuUH U TpUrauuepuabl - obuensBecTHbli GaKTOp puUCKa cepaevHo-
cocyancTbix 3abonesaHnin. Kpome nutaHMA M obpasa KU3HM Ha BbIpaXKeHHOe BAWSHME Ha *KMPOBOA
obMeH WMMelT Halu reHeTuyeckme ocobeHHOCTU. OueHb BaxKHbIM 6enok «AnoaunonpotenH Ex»
Koaupyetca reHom «ApoE» m KpaliHe HeobxoAum AaA TPAHCMOPTa KMPOB B KNeTkU. [eHoTun ApoE
B/IMAET HA YPOBEHb TPUIULLEPUIOB U XOIeCTEPUHA B KPOBM.

Kpome TOro, atot 6e10K HE0b6X04AMM A/1A CO34aHMA TaK HA3blBaEMbIX «MUEIMHOBbIX 060/104EK» B
HEPBHOM TKaHM, 6€3 KOTOPbIX HapyLIAEeTCAs MPOBOAMMOCTb MO HEPBHbIM NyTAM. HebnaronpuaTHbINA
reHoTun ApoE accoummpoBaH ¢ 601e3Hblo AnbLireiMepa - NporpeccMpytoweit NoTepmn NamaTu.

[eHeTMKM BbIAENAOT TP BapuaHTa reHa ApoE: €2, €3, €4. BapuaHT ApoE €3 BcTpeuaetca y 70%
nogen u cumtaetca 61aronpuATHbIM BapuaHTOM. BapuaHT ApoE €2 BapuaHT MMeeT 3HauYuTesIbHO
MEHbLUYIO CBA3bIBAIOLLYIO CMOCOBHOCTb K pPeuenTopy JIMNOMPOTEMHOB HW3KOW MJOTHOCTU, M KakK
cnefcTBMe 3ame/IeHme BbiBeAeHUE TPUMMLEPUAOB U3 KpoBU. BapmaHT ApoE €4 cBsi3aH c NoBblWEHWEM
XONEeCTepUHa, ABNAETCA reHeTUYECKUM GAaKTOPOM PUCKA MHDAPKTA MUOKapAa, ULLEMMUYECKOTO UHCYIbTA
n 6one3HM Anblrelimepa B UCCe0BaHUAX MPOBOAUMbIX C YH4ACTUEM KUTENEN Pa3HbIX CTPAH.

3AKAIOYEHUE

Y Bac BbISIBA€H BAPUAHT, CBA3AHHbIM C ONTUMAAbHOU paGoToun reHa APOE.
Apyrue reHeTudeckme oakTopbl TAKXKE MOTYT BAUATb
Ha puck 60oAe3Hu AAbLurerMmepa.
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PHYTbIA CNUCOK UCCIe[0BaHHbIX FTEHETUYECKUX MAapKepoB U UX GYHKLLMOHA/IOM NO HanpaB/iIeHUIO
peAcCTaB/ieH B BUAe Tabauubl 5

et

RS

FeHom
un

DyHKYuA

NHumepnpemayua

ApoE

rs429358,
rs7412

E3/E3

AnonaunonpomeuH E. Yyacmeyem 8
obmeHe nunudos 8 KPosU U 8
obmeHe xonecmepuHa 8 Mo3sae

(u 8 HeKOMopbIX Opy2ux OP2aHaX).

E

MonynayuoHHell sapuaHm.
OnmumaneHas paboma ApoE.
He sbiasneHo hakmopa pucka ";b P
bonesHu Anbueelivepa.




PUCK CAXAPHOIo AUMABETA 2 TUNA

Baw puck caxapHoro guabeta 2 Tuna:

KoadduumneHT reHeTuUecKoro pucka (% nrogeit ¢ Takum K)

Baw K (100.0%)
MuUHUMYM

Makcumym

OnucaHue pucka:

OnpegeneHve TreHHbIX MapKeEpPOB, BAMAIOWMX Ha YrAeBOAHbIA 0OMeH NO3BOAAET OUEHUTb
WHANBUAYANbHbIN PUCK NOBbILIEHUS YPOBHA [1HOKO3bl B KPOBU U PE3UCTEHTHOCTU K MHCY/INHY (B HOpme
WMHCY/IMH CHUXKAeT YPOBEHb T/OKO3bl), KpalHUM MpPOABNEHUEM WHCYIMHOPE3UCTEHTHOCTU ABAAETCA
caxapHblt amnabet 2 Tuna. M3BecTHbIM cpeaoBbiM GAKTOPOM, BAUAIOWMM Ha puck CO2T, asnaetcs
YpOBeHb MOTPebNEeHNA MNPOAYKTOB C BbICOKMM [/IMKEMUYECKUM MHAEKCOM. laumeHTam, MMeloLwmm
BbICOKMMN CYET reHeTUYECKOro PUCKA MHCY/IMHOPE3UCTEHTHOCTU, HEOOXOAMMO MPUNOKUTL YCUAUA ONA
orpaHuyeHua noTpebsieHMa TaKMX MPOAYKTOB, YTO OyAeT MPUBOAUTb K CHUMKEHMIO PUCKA CaxapHOro
AnabeTa 2-0ro TMMNa U nydllemMy KOHTPOJ/II0 MaccChl Tena.

3AKAIOYEHUE

He BbISBA€@HO NPEAPACNOAOXEHHOCTHU K CAXAPHOMY AuabeTy 2 Tuna
(MHCYAMHOPE3UCTEHTHOCTH).

Pa3BepHyTbIii CNIUCOK UCCNEeA0BAHHbIX FeHETUYECKUX MapKepoB U UX GYHKLMOHANIOM NO HanpaB/ieHUIo
npeacTas/ieH B Buae Tabnuupi

ren RS reHomun DyHKYyuA Unmepnpemayusa

FTO rs9939609 T/A leH, c8A3aHHbIl C OXCUpEHUEM. YmepeHHbIl hakmop
PUCKO CaxXapHo20
duabema 2 muna.
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PUCK HAPYLWLEHUA PABOTbI CUCTEMbI AETOKCUKALUUN OPTAHU3MA

Baw MH,D,MBM,D,yaIIbeIﬁ PUCK HapyweHHnA p360TbI CUCTEMDI AETOKCUKAUNN OpraHn3ma:

KoadduumeHT reHeTuUecKoro pucka (% nrogei ¢ Takum K)

Baw K (20.1%) 2,6
MuHUMym 1

Makcumym 21,5

UWHAUBUAYAAbHbIE PEKOMEHAALNN

YyuteiBass,, 41O Yy Bac MeaAeHHee BbIBOAATCSA MNPOKAHL,ePOreHHble
KOMMOHEHTbl TAGAYHOro AbIMQ, PUCK OHKOAOINM4eCKUX npouecCoB MNOBbILUEH.
Ecau Bbl kypuTte, HOCTGpCIﬁTer NMPUHATb Mepbl MO CHUXEeHUIO KOAUu4ecCcTBa
BbIKYPUBAEMbIX CUrapeT U CTPpeMUTeCb K NMOAHOMY OTKA3Yy OT KypeHus, 3TO
quﬁHe BAXKHO AASl COXPOHEHUs Baluero 3A0p0Bbs U AOATOAETHS.

OnucaHue puUcka:

Mbl nogsepKeHbl BO3A€VICTBMPO A00B N BpedHbIX BelwecTs B ropasao 6onblien cTeneHun, 4yem mbl
3TO OCO3HaeM. CMFapeTHbIVI AblM, NpOMbILWNIEHHOE 3arpA3HeHNe, nectnunabl, cogepxalmeca B d)pyKTax
1N oBoOWax, xXmmmnyeckme Bellectsa, BxogAaulme B COCTaB pAda NNEKAPCTBEHHbIX NMPeNapaToB U NULLEBbLIX
AOﬁaBOK, npeacrtasnAaloT coboit nuwb HEKOTOpblE U3 BELWECTB, BO3A€HCTBMIO KOTOPbIX Mbl
noAgepraemca exxeJHeBHO M KOTOpPble MOTyT HEraTMBHO CKa3blBaTbCA Ha Hawem 340poBbe. MexaHn3mbl
KN1€TOYHOro BOCCTaHOB/NEHUNA W BbiBeAEHUA TOKCMHOB W3 KNETOK NpeaoTBpallaloT BO3HUKHOBEHUE

OHKOJ10TUAN N Uenoro paga npo6neM CO 340poBbemM.

Mccnesyemble reHbl BaKHbl, MOCKOAbKY OHM BO MHOrOM OMNpeAensloT, Kakum obpasom Baw
opraHusm 6yfeT B3aMMOAEWCTBOBATb C Pa3/IMYHbIMKU BpeAHbIMM BeliectBamu. Tem N04AM, YbW
3alUMTHbIE MexaHW3Mbl MeHee 3OGEKTUBHbI, MpuUxoanUTcA B bGosbleit cTeneHn npuberatb K
aNbTepHaTMBHbIM CMocobam 3alWuTbl OpraHM3Ma OT TOKCMHOB, JyYlUMM W3 KOTOPbIX SBASETCA
cbanaHCMPOBAHHbIA PaLMOH NUTAHMA, M3BEeraHMs KOHTAKTa C CMrapeTHbIM AbIMOM, (B TOM 4uche,
MaccMBHOE KypeHue) M NpoAayKTamv HedTeXMMMYECKOW MNPOMBILIEHHOCTU. B HeKoTopbIX C/yYasx
BO3MOXHO BO34EWCTBME Ha aKTMBHOCTb (epMmeHTa 33 CcyeT BK/IOYEHUS B AUETy onpeseneHHbIX
NPOAYKTOB, MPU 3TOM MOXHO KaK HOPMasv30BaTb paboTy ¢epmeHTa, Tak U ycyrybuTb Mmetowmncs

reHeTUYECKMIA BapuaHT (CM. Tabauuy).

KVDEHME ABNAETCA U3BECTHbIM d)aKTopOM PUCKa OHKOJIOTMYECKUX Mpoueccos, npexae BCero paka
NNETKUX, TPaxXen 1 ropTaHn. MNonagan 8 OpraHn3m 4esioBeKa KaHUueporeHbl TabayHoro AblMa noaBeprarTca
d)epMEHTHOﬁ OETOKCUKAuMN. W3BeCTHbl reHeTUYecKne BapMaHTbl, CHUXKAKOWME aAKTUBHOCTb pa6OTbI
d)epMEHTOB AETOKCMKaunn, B pe3ynbTate 4yero KaHueporeHbl A0/iblle COXPaHAKTCA B OpPraHU3me wu

HaHocaT 6onbluniA Bpea, MNpy HopmanbHOW paboTe GepMEHTOB PUCK OHKOIOTMMN HUMKE, HO HE HY/IeBOW.

3AKAKOYEHUE

Mo UCCAEAOBAHHBIM FEHETUHECKUM AOKYCOM BbISIBA€HbI OAKTOPbI PUCKA,
ACCOLUUPOBAHHbIE C YMEPEHHbIM CHUXEHUEM 3ALLUTbI OPFraHM3MA
OT KCEHOOGMOTMKOB U KOHLLEPOTFEHOB.
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Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM NO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

req

RS

leHo-
mun

DyHKYUA

Uumepnpemayua

GSTT1

POL_GF_49

+/+

®epmeHm GSTT1 - 2aymamuoH-S-
mpaHcgepasa-T, Heobxo0um 014
0emoKCUKAYUU rpoMbIUIEHHbIX
KaHyepozeHos (8 YacmHocmu, XA0pMemaHo8
U Op. 20/102eHNpPOU3BO0HbIX AsIKAHOS8, 1,2-
3M0oKcu-3- (4-HUMpogeHOKcu)-nponaxa),
KomMnoHeHmMos8 mabayHo20 ObiMa,
BUHU/IX0PUO0B, COOEPHAUUXCA 8 MUULEBOM
naacmuke [PMID: 9851677, 9285043,
11317340]. KoHvro2upyem eaymamuoH ¢
601bWUM YUC/IOM 3HOO2EHHbIX COeOUHeHUU,
MAaKUX KaK repexkucHsele aunudsl [PMID:
19664997]. ®apmaKonoau4eckue cybcmpamel
BK/1I0YAOM 3Morno3ud, bycysibhaH,
MAamuHo8bIe MPoMUBOPAKO8bIe Npernapamesi,
a makxce npomusomybepkKynesHoie
npenapamel U30HUA3UO, PUGAMIUYUH U
nupasuHamuod eHemunuzomuoyuaHam, 4-
HumpobeH3unxnopuod u 4-
HumpogeHemunbpomuo [PMID: 8770536,
21215809, 21844884, 20200426, 22012226].

lMonynayuoHHs.Il
8apuaHm.

GSTM1

POL_GF_48

del/del

GSTM1 npedcmaensem coboli 2n1ymamuoH-S-
mpaHcgepasy Kaacca mro. depmeHmel Kaacca
MIO y4acmeyom 8 0emoKCUKayuu
271eKMpoghusbHbIX coeOUHEeHUU, 8KAYAA
KaHUepozeHbl, meparnesmuyecKue
npenapamel, MOKCUHbI oKpyxcaroweli cpedsl u
MPOOYKMbI OKUCAUMENbHO20 CMPECCa, rnymem
KOH®BHO2AYUU C 21ymMamuoHOM (ronu
apomamuyecKue yeneso00po0bl, 3rOKCUOHbIe,
npou3800Hble BEH3MUPEHA), KOMMNOHEeHMOo8
maba4yHo20 0bIMa, BUHUX/0PUCOS,
CO0epHaWuxcsa 8 NUUWEesom rnaacmukxe.

bepmeHm
omcymcmayem.
MenamenovHo
02PAHUYUMSb:
TabayHsil Obim. [Mpu
0aHHOM 2eHomune 8
cay4vae KypeHus puckK
OHKO/02UYecKux
npouyeccos
3Ha4YUMenbHo
rnossiwaemcs.
®dakmop pucka
OHKO/102UYeCcKUX
3a6onesaHul npu
KOHmMakme ¢
rpou3800HbIMU
HegpmsHoli
MpomblwneHHocmu,
/IKOKPACOYHO20
npouszsodcmasa,
3MOKCUOHbIM K/ieem.
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leHo-

ren RS mun DyHKYUA Uumepnpemayua
SULT1A1 | rs9282861 c/T CyneghompaHcgpepasza 1A1 yyuacmeyem 8 CHuxceHa
memabosusme 20pMOHO8, aKMueHoOCMb
HelipompaHcMummepos, 1eKapcmeeHHbIX gepmeHma.
npernapamos u KceHobuomuKoe. YmepeHHslIl pakmop
PUCKQG paKa MOs04YHOU
wenesol U
Kos10pekmasbHo20
paka. *enamesnovHo
02paHU4UMG:
yapeHoe MACo,
maba4Hbili Obim
GSTP1 rs1138272 c/C Yuacmsyem 8 demoKcuKayuu necmuyuoos u HopmarnbHasa
eepbuyudos, MAY u Op. XuMu4ecKux seu,ecms. | aKmueHOCMb
gepmeHma.
CYP1A2 | rs2069514, A/A Memabonu3zm KceHobuomukos. Memabosausm | [To OaHHOMY 2eHy He
rs762551 KogheuHa. 8bIA68/1€HO
00noanHUMenbHo20
¢akmopa pucka
OHKOs102UU HA (hoHe
KypeHus.
CYP1B1 rs1056836 G/G Lumoxpom 1B1, yuacmeyem e memabonausme | HopmanoHas
cmepoudos, HUpPHbLIX Kucsaom, 17-8 aKMUBHOCMb

acmpaduon, MAY.

¢epmeHma. He
8blA8/1€HO (haKMopa
PUCKQA OHKO/02UYECKUX
npoyeccos npu
ynompebaeHuu
HapeHo20 MAca
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BOCMNA/IUTE/IbHbIA OTBET

P1CK NOBbIWEHHOro BOCNAZIMTENLHOrO OTBETa:

KoadpuumeHT reHeTuUecKoro pucka (% noaei ¢ Takum K)

Baw K (100.0%) 1
MUHUMYM

Makcmym

OnucaHue puUcK

BocnaneHue - ecTecTBEHHas 3alUMTHAsA PeaKLMsA OpraHM3ma B OTBET Ha MOBPEXAEHUE UU AeilcTBUE
MaToreHHOro pasgpaxuTtens 6akTepuit U BUPYcoB. BocnaneHwe nposBAseTcA onpefeneHHbIMU
COBbITUAMM B OpraHM3Me, KOTOPble HamnpaB/ieHbl HAa YCTPAHEHWE areHTOB MOBPEXAEHWA U NPUBOSAT K
MaKCMMa/bHOMY BOCCTAHOBJ/IEHWIO B 30HE MOBpexaeHusA. B pagse cnyyaes BocnaseHWe MOXKeT 6biTb
BbI3BAHO HEMHOEKLUMOHHBbIMM areHTamu. Ero 3alwuTHbI NOTEHLMAN M MOLLHbIE MEXaHU3Mbl MOTYT ObiTb
HanpaBfeHbl MPOTUB OPraHWM3Ma, CAYXWTb MPUYMHON PA3BUTMA PA3IMYHOTO pPoAa MATONIOTMYECKUX
NPOLLECCOB B TKAHAX W opraHax. *enaTtesbHo, 4Tobbl CTeNeHb BOCNANNTEIbHOM peakuuy COOTBETCTBOBANA
MaclwTaby nospexaeHus, 3To obecneumBaeTcs  B3aMMOLEWCTBMEM  MPOBOCMAJMUTENBbHBIX U
NPOTUBOBOCNANIUTE/bHbIX MOJIEKY/T - KUWTOKMHOBY. LIMTOKMHBI M UX peuenTopbl  KoaMpytoTcs
COOTBETCTBYIOLMMW TEHAMU, MW3MEHEHUS B KOTOPbIX MOTYT B/AMATb Ha CTEMEHb BbIPAXKEHHOCTU
BOCMa/INTEe/IbHON peakumn. CHUXKEHHBIW BOCMaAUTENbHbIN OTBET CBA3AH C PUCKOM MMMYHOAEbULMTHBIX
COCTOAHMIA. [MOBbIWEHHbIA BOCNAAUTE/IbHBIA OTBET CBA3aH OO/blUel CTEeNeHbl MNOBPEXAEHUA Mpu
BOCMa/IeHNW, MOBbILEHHbIM PUCKOM OC/TIOXKHEHUIM BOCMANUTENbHbIX 3a601eBaHUN.

3AKAIOYEHUE

Y Bac BbISSBAEHA NPEAPACNOAOXEHHOCTb K CPeAHEeN CTeNeHU BOCNAAUTEAbHOrO OTBETA
NO UCCAEAOBAHHbIM rEHETUMECKMM AOKYCOM. Apyrue reHeTu4eckne U HereHeTu4yeckue
cbakTopbl TAKXKE MOTYT BAUATb HA AQHHbIN 3P dpekT. ONTUMAAbLHOE COOTHOLLUEHUE
NPOBOCNAAUTEABHBIX U MPOTUBOBOCNAAUTEAbHbIX MOAEKYA ABASETCS
30LLMTHBIM (PAKTOPOM B OTHOLLUEHUMU U3A€YUBAHUSA OT MHPEKLLMOHHbIX 3060AE€BAHUMN.

Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUUECKMX MapKepoB U UX GYHKLIMOHANOM NO HanpasBaeHuUIo
npepacrasneH B Buae Tabaunubi

leHo-
I RS () u
eH mun YHKYUA Hmepnpemayus
IL18 | rs1143634 G/G UHmepnelikuH1-8 - meduamop ocmpozo u lMonynayuoHHoIl

XPOHUYeCcKoeo socrnaseHus. [eHemu4eckue 8apuaHmMel, | 8apuaHm.
accoyuUpPOBaHHbIE € nosbiWeHHoU cekpeyuel
(npodykyueti) N/11-Bl npedpacnonazarom K ycuneHuro
AKMUBHOCMU 80CMANUMESIbHLIX peakyud.
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ATONUA

PUcK aTonnuyeckmx (annepruyeckmnx) peakumi:

KoadduumeHT reHeTMUecKoro pucka (% niopei ¢ Takum K)

Baw K (4.0%)
MuHUMym

MaKcumym

WHANBUAYAABHBIE PEKOMEHAALUN

Mpu NOsSIBAEHUU ATONUHECKUX PEAKLUN NPOKOHCYAbTUPYHNTECH C UMMYHOAOTOM-
aAAeproAorom. CTapanTecbh COGAIOAQTb TMNOAAAEPTEHHYIO AMeTY. C OCTOPOXHOCTbIO
OTHOCHUTECD K 3K30TUHECKUM AAA BAC NPOAYKTAM.

OnucaHue puUcKa:

ATOonMAa — 3TO CMOCOBHOCTbL OpraHM3mMa K MOBbIWEHHON BbIPaboTKe cneundUUEecKUX MOEKYN -
nmmyHornobynuHa E (IgE) B oTBeT Ha BO34EACTBME aHTUTEHOB OKPY»Katowel cpeabl. MNpu B3anmogencTsnm
annepreHa c Igk, BbipabaTbiBalOTCA MeAMaTopbl anneprun (rMcTamMuH, NeMKoTpPUeEHbI, NPoCcTarnaHAuHbI U
Ap.), KOTopble BbI3bIBAIOT OTEK, MOBbILEHUE COCYAUCTOW NPOHULAEMOCTU, TMMNEpPCeKPeLmio CAU3UCTbIX
)enies, COKpalleHue rnagKon MycKynaTypbl, pasgpaxeHue nepudepuyeckmx HepBHbIX OKOHYaHMKA. ITO
NPUBOAMT K Pa3BUTUIO aNiNEePrMYecKoro BOCMafeHMUs, COCTaBASAIOWEro OCHOBY KAMHUYECKUX MPOSABAEHUM
annepruyeckmx (atonnyeckmx) sabonesaHui.

®opmbl aTOMMUYECKOM annepruu: atonuyeckuin OepmaTuT, aTOMUYecKMin pPeHuT (MoSIMHO3) WU
annepryvyeckan actma.

ATOMMA UMeeT Hac/nenCTBEHHYIO MpenpacnosioXKeHHoCcTb. Ecim atonuen cTpajaeT oAWMH POAUTENb,
natonorus 8 50% nepegaetca getam, ecnm oba - B 75%.

3AKAIOYEHUE

YMepEeHHO NOoBbILLIEH PUCK AAAEPIUYECKUX NPOSIBAEHUN. Apyrue reHeTu4eckue
U HereHeTu4Yeckune pakTopbl BAUSIIOT HO ACGHHbIA PUCK.
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Pa3BepHYyTbIii CIMCOK MCCNeA0BaHHbIX FeHETUYECKMX MapKepoB U UX GYHKLMOHANIOM NO HanpaB/ieHUIo
npeacras/ieH B BUge Tabaumubl

leHo-
ren RS ero DyHKYyuA Uumepnpemayusa
mun
IL4 | rs2243250 | T/T UHmepnelikuH 4 — npomusosocnasnumesnbHbili dakmop pucka amonuu.

UUMOKUH, peaysismop pocma u ougpgepeHyuayuu B-
AUMPOYUMOo8, a Mmakice npouecca buocuHmesa umu
aHmumen. U/1-4 nodasnaem odelicmsue WU/1-16, N/1-6 u
TNFa (nposocrianumesibHbIX YUMOKUHos). IL-4
ycunusaem 8bipabomky IgE, u nogviuieHuUe e2o yposHs
MOXtem rposouuposaMs paszsumue assaepauvyeckux
peakyull u socnaneHus 0bixamesbHbix mymed.

3awumHelili agpcpekm 6
OMHoWeHUU UHapkma
MUOKapoa 8 Mos100oOM
so3pacme. Pakmop
PUCKO 8UMUU2O0.




COMPOTUBNAEMOCTb BALLEFO OPFAHU3MA BUPYCAM U MUKOBAKTEPUAM
TYBEPKY/E3A

PUCK CHMXKeHuA NPOTUBOBUPYCHOTO MMMYHUTETA:

KoadduumeHT reHeTuUecKoro pucka (% nrogei ¢ Takum K)

Baw K (85.0%) 1
MuHUMYM

Makcumym

OnucaHue puUcka:

3awmTa opraHM3ama OT BMPYCOB M HEKOTOPbLIX cneundryecknx bakTepuii ocyLLECTBAAETCA NPU NOMOLLM
nHTepdepoHoB (pAg 6eNKOB CO CXOAHbIMW CBOMCTBAMM, BblAENAEMbIX KNETKaMM OpraHM3mMa B OTBET Ha
BTOPXEHMEe Bupyca). AKTUBHOCTb BbIpaboTKM UHTEPHEPOHOB B OpraHM3Me, a 3HAYUT U
COMPOTMBASAEMOCTb K  BUPYCHbIM  MHOEKUMAM  33aBMCUT, B  YaCTHOCTM, OT TeHEeTUYECKon
npeapacroNoKeHHOCTH.

3AKAIOYEHUE

CpeAHﬂﬂ NPOTUBOBUPYCHASA 3ALLMUTA. Apyrme reHeTM4eckue U HereHeTu4eckue d)GKTOpr
OPraHunima, ad TakKke naToreHHOCTb BUPYCA MOTYT BAUATb HA ACQHHbBIA PUCK.

Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUUECKMX MapKepoB U UX GYHKLMOHANOM NO HanpasBieHUIo
npepacrasneH B Buae Tabaunubi

ren RS reHomun DyHKYUA Unmepnpemayusa

INFG rs2430561 /T UHmepgepoH 2camma. Moaumopgusm MonynayuoHHeIl
rs2430561 accoyuuposaH c ocnabaeHuem sapuaHm.
e20 pabomesl u puckom 6osee aKMuU8HO20 OnmumasnoHoll
passumMus UHEKYUOHHO20 rnpoyecca, 8 aghpekm 8
mom Yucse — pucka rnocaeonepayuoHHbIX OmHoweHuu
UH(EeKUUOHHbIX 0cnoxcHeHull (puckosoili 3awumsl om
annenv A). Annens T— npugodum K supycos.

rosbIWeHU0 aKmugHocmu rnpomomepa —
peaynamopHol yacmu eeHa — u 6onee
akmusHol mpaHcKkpunyuu INFG, annens
«A» umeem 8 2-3 pa3a MeHbW Yy
aKMUBHOCMb nMpomomepa U MmeHswuli
yposeHb INFG.
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OMOPHO-ABUTATE/IbHbIA ANNAPAT

OCTEOMOPO3 - MNOTEPA KOCTHOM NNIOTHOCTHU

Baw nHAMBMAYaANbHBIN PUCK OCTEONOPO3a:

KoadduumeHT reHeTnuecKoro pucka (% nogei ¢ Takum K)

Baw K (87.5%)
MuHUMym

MaKkcumym

o 0,5 1 1,5 2 2,5

WHANBUAYAAbHBIE PEKOMEHAALUN

PeryAspHble cpusM4eckue HArpysku MOBbLILIAIOT KOCTHYIO MACCY MU
NPOOUAQKTUPYIOT OCTEONOPO3.

OnucaHue puUcka:

OCTeOI'IOpO3 - pacnpocTpaHeHHoe 3aboneBaHMe KOCTHOM CUCTEMDbI, KOTOpPOE XapaKTepusyetca
YMeHbLIEHNEM MAaCChI KOCTHOW TKaHW U HapyweHnem ee CcTpoeHuA. locnencTeMem Takmx M3MEHEHUMN
ABNIAKOTCA YaCTble Nepesiombl, 0COBEeHHO KocTel 6ep,pa, npeanneyba M NO3BOHKOB. Y XeHLMH OCTeonopos3
NMPOTEKAET TAXKeNEeE, HEM Y MYKYUH.

Ha passBuTMe oOCTeonoposa BAMAIOT: TOPMOHaNbHbIM (OH, 06pa3s KM3HKW, OKpy:Kawowaa cpeda U
reHeTu4YecKan NpeapacrnooKeHHOCTb.

Pa3pa6OTaHbI MeTO4UNKU I'IpOd)I/I}'IaKTVIKVI N nedeHmAa OCTeonoposa. O6LLI,EI/I3BGCTHbIMM MeTo4amm,
nosbiWakOWMMM NJAOTHOCTb KOCTHOWM TKaHU, ABAAKOTCA, ¢M3qucxme Harpyskuy, auetortepanua npuem
BUTAMUHOB.

CKOpOCTb notepu KOCTHOWM MaccCbl 3aBUCUT N OT FreHETUYECKUX d)aKTOpOB.

KonnareH - oguH 13 OCHOBHbIX 6enkos OpraHn4YeCcKoro maTpuKca KOCTHOM TKaHU U CYXO)‘KVII'IVIIZ. KonnareHa
1 TMna BXOAMT B COCTaB KOCTElM KOXM U CYXO)‘I'(VII'IVIIZ, He6ﬂal'OI'IpVIFITHbIe reHeTU4ecKui He6}'IaI'OI'IpI/IﬂTHbIe
BapuaHTbl B reHe KoJ11areHa 1, cBA3aHbI C HecoBepLWEeHHbIM OCTEOreHe3om, OCTeonoposomMm U paHHUM

CTapeHUneM KOXHU.

CHU}KeHMe aKTUBHOCTM paboTbl peuenTopos K ButammnHy D, kogupyemble reHom VDR, MOryT NpUBoAuTb K
CHU}KEHHOMY OTBETY Ha BUTAMMUH D M CHUMKEHUIO MUHEPAAN3ALLMU KOCTHOM TKaHMW.
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3AKAIOYEHUE

CpeAHenonyAsuMOHHbIM PUCK OCTEoNoposa.

Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUUECKMX MapKepoBs U UX GyHKLMOHANOM MO HanpaBaeHUIo
npepacrasneH B Buae Tabnunubi

leH

RS

freHomun

DyHKYUA

Unmepnpemayus

COlLlal

rs1800012

C/A

COL1al - Kodupyem a1 yenob
benKa KosnaeeHa 1 muna.
KonnaeeH — ocHOBHOU KOMMOHEHM
coeduHUmMenbHolU MKaHuU
yesoeeka.

dakmop pucka ocmeonoposa u
ocmeoapmpo3a. ®akmop pucka
bosiee paHHe20 cMapeHus KoxU
(noasneHue MopuwuH).

MMP1

rs1799750

C/del

MMP1 — konnazeHasa 1,
MAMPUKCHASA
memarnsnonpomeuHasa 1.
®epmeHm MMP1 pacwennsem
besn1Ku 8 MeXtKs1emoYyHoM
npocmpaHcmee (Kosnaeensi |, 1,
111, VI, VI, X, XI munos u opyaue).
lpynna ¢hepmeHmos mampuyHsle
MemannornpomeuHassl 8ka4YaeM
20 671U3KUX 10 AMUHOKUC/0MHOU
rnocnedosamesibHocmu beskKos,
8bIMOMHAOWUX PA3/IUYHbIE
hyHKYUU 8 hu3u0M02UHECKUX U
namoso2uYyecKux npoyeccax,
BK/1I0YAA IMbBPUO2EHE3, MKAHEeBoe
pemMmooenuposaHuUe, 3axcusneHue
paH, socnaneHue u m.o0. MMP-1
npuHUMaem y4yacmue 8
dez2padayuu Koanaz2eHosbix Humedl
8 ripouecce pemooenuposaHus
3KCMPayennraapHo20 MampuKca.

Beiwe akmusHocme MIMP1, yem
npu eapuaHme del/del.
Haubonee yacmeili eapuaHm —
cpedHenonyAayuoHHbIU PUCK.

VDR

rs1544410

C/T

Peyenmop sumamuHa D, (Bsml),
annens B (Bsml+), c8A3aH ¢ HU3KOU
OKMUBHOCMbIO peuenmopa,
HU3KUM ypOBHEM OCMEOKANbUUHA
U CHUM(eHUeM MUHepasnbHoU
naomHocmu Kocmedi.

YmepeHHblIl hakmop pucka
CHUMCEHUSA MUHepasnbHoU
MA0MHOCMU KOCMU € 803pACMom
u ocmeonoposa
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NOTPEBHOCTb B BUTAMUHE D

Bawa nHamsmnayanbHas noTpebHOCTb B BUTamuHe D:

KoaddurumeHT reHeTUUecKkoro pucka (% nrogeii c Takum K)

Baw K (46.3%) 13
MuHUMYM ,95

Makcmmym 21

o 0,5 1 15 2 2,5

WHANBUAYAAbHBIE PEKOMEHAALUN

KoHTpoAupyiTE ypoBeHb BUTAMMHA D B KpoBu. Mpu €ro CHMXKEHUU -
NPOKOHCYAbTUPYUTECh C BALUMM A€YALLMM BPAYOM NO HEOBGXOAMMOCTHU
AOMOAHUTEABHOTO NPUeMd NPenapaTos BUTAMMHA D.

OnucaHue pucka:

ApeKBaTHbIi ypoBeHb BUTaMMHa D Heobxogum, Ana MoALeprkaHuAa 340pOBbsA cCKeneTa M obmeHa
Kanbuua. AKTBHOW Gopmoit BUTammMHa D, aBnseTca Kanbuntpmon. Peuentop ButamuHa D cneunduyeckn
CBA3bIBAETCA TO/IbKO C Ka/bLUTPMOIOM.

ButammH D yuacTByeT B ApyrMX OOMEHHbIX MpoLueccax, CTUMyAMPYeT CUHTE3a psaga ropmoHos. B
reorpapuyecknux obnactax, rae nuuwa 6egHa BMTaMMHOM D M CHUMMKEHA COMHEYHAs aKTUBHOCTb,
noBbllLaeTca 3a60/1eBaeMOCTb aTEPOCKNEPO30M, apTPUTamK, AMabeTom, OCTEONOPO30M.

Mpwn reHeTUYECKHU O6yCl'IOBl'IEHHOM CHU}EeHUM aKTUBHOCTUK peuentopa K ButamuHy D HapywaeTtca obmeH
Kanbuna w cl)ocd)opa, B pe3ynbTtate 4Yero C BO3pPaCTOM MPOUCXOAUT 3HAYUTE/SIbHOE CHUXKeHUue
MMHepaﬂbHOﬁ NIOTHOCTU KOCTEN M MoBblWaeTca PUCK nepenomos. yMEDEHHaH d)mamqecr(aﬂ AdKTUBHOCTDb,
HaXxoXaeHune Ha COJIHLUE, U ,D,Ol'lOl'IHI/ITEI'IbeIﬁ npuem BUTaMUHa D ABnAlOTCA 3aWUTHLIMM d)aKTOpaMVI B
OTHOWEHWNN CHUXEHUA MVIHepaJ'IbHOf/'I NJIOTHOCTU KOCTEN.

3AKAIOYEHUE

UHAMBUAYAABHAS HOPMA NOTPe6AEHUs BUTAMUHA D
YMEPEHHO BbilLEe CTAHAGPTHbIX PEKOMEHAYEMbIX CYTOYHbIX AO3.
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11 CNUCOK UCCNeA0BaHHbIX FEHETUUECKUX MapKepoB U UX GYHKLMOHANOM NO HanpasBaeH
CTaBJ/iIeH B BuAe Tabanubl

ren RS reHomun DyHKyuA NHumepnpemayua

VDR rs1544410 Cc/T Peuyenmop sumamuHa D, (Bsml), CpedHsa nompebHOCMb 8 BUMAMUHE
annesns B (Bsml+), cea3aH ¢ D. YmepeHHsili pakmop pucka
HU3KOU aKMusHOCM®bH0 CHUEHUA MUHepanbHol naomHoc
peuernmopa, HU3KUM yposHem KOCcmu ¢ 803pacmom u ocmeonoposa ’
0CMeOoKaNbYUHA U CHUXEHUEeM "2;
MUHep(ZﬂbHOU naomHocmu %
Kocmeli. o

GC rs2282679 /G BumamuH D, ceassisaroujuli DaKmMop pucKa CHUMEHUA YpOBHA

benok. Bausem Ha
agppekmusHocmo
MpPaHCrnopmuposKu,
6uodocmynHocmes npu
npeobpazosaHuu 25(0H)D e

aKMUBHYIO 20PMOHA/bHYIO hopMy

— 1,25(0H)2D

25(0OH)D 8 kposu. Heobxooum
KOHMPpOsb yposHa sumamuHa D, ¢
yesblo 8bisBAeHUSA U ceoespemMeHHOoU
KOppeKyuu sumamuHOeduyumHo20
cocmosAHusA




FEHETUYECKWIA PUCK BOCMANEHWUA CYCTABOB
(OCTEOAPTPUT U OCTEOAPTPO3)

Baw nHAMBUAYaNnbHbI PUCK OCTEOAPTPO3a:

KoadduumeHT reHeTuuecKoro pucka (% nogei ¢ Takum K)

Baw K (99.9%) 1

MuHUMmym

Makcnmym

WHANBUAYAAbHBIE PEKOMEHAALWUN

MPOKOHCYABTUPYHUTECH C BPAYOM-OPTONEAOM MO BO3MOXHOCTU NPOOUAAKTUKH
U Ae4EeHUs OCTEeOoapTpPO3a.

OnucaHue puUcka:

Odedopmupyrownii ocTeoapTpo3 - AereHepaTUBHO-AMCTpoduUeckoe 3aboneBaHWe CyCcTaBoB, B OCHOBE
KOTOPOro HaxoAMTCA MOpaKeHMe XpAWEN CycTaBHbIX MOBepxHOCTel. B ocHoBe pgereHepaTUBHbIX
ONCTPODUYECKUX U3MEHEHUI NPU apTPO3E NEXUT MEPBUUYHOE MNOBPEXAEHME XpAWa C nocseayolen
BOCMa/IMTE/IbHOWM peaKLmMen, No3TOMY YacTo apTPOo3 Ha3biBalOT apTPO30-apPTPUTOM.

B pasBUTMM OCTEOApPTPO3a Beayllyld PoOJib WrpaloT HEKoTOopble BOCMA/AUTE/NbHble 3aboneBaHus,
[O/ITOBPEMEHHbIE CTaTUYECKME Harpysku (Hanpumep, cuaayas uam ctoadas paboTa), Nogbem TaKecTew,
M30bITOYHbIV BEC UM paHee MojyYyeHHble TpaBMbl. C BO3PACTOM Ke BeAyllyl PoJib B GOpPMUPOBAHUN
[OEeCTPYKTMBHbBIX MPOLLECCOB Yalle UrpatoT Npobembl ¢ cocyaamu, HapyLieHne meTabonnsma, HegoCTaToK
KMCIOPOAa B TKAHAX, A TaKKe HefoCTaTouyHan GpYHKLMSA LWUTOBUAHbLIX UM NOJIOBLIX XKenes. Kpome Toro, B
KayecTBe NPUYMH PACCMATPUBAOT HEKOTOPbIE reHeTUYecKne GpakTopsbl.

3AKAIOYEHUE

Y Bac BbiIBAEHbl reHeTU4Yeckne hbakTopbl PUCKA OCTEOAPTPO3A, OAHAKO PUCK
He NpPEeBbILAeT CPEeAHENONYASLLMOHHbIN. APpYrue reHeTu4eckue U HereHeTu4eckue
b aKTopbl MOTYT BAMSITb HO PUCK OCTEOAPTPO3d.
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F "

Pa3BepHYTbI CNUCOK UCC/Ie0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHAZIOM NO HanpaBAeHUIo
npepcTasaeH B Buge tabnuubl

leH RS Fexo- dyHKYUA Uumepnpemayus
mun

MMP1 rs1799750 | C/del MMP1 — konnazeHa3a 1, MamMpuKCcHaA Bobiwe akmusHocme
memarnnonpomeuHasa 1. ®epmeHm MMP1 MMP1, yvem npu
pacwerissem 6esKu 8 MeXKAemo4Hom sapuaHme del/del.
npocmpaHcmee (konnaeensi I, 11, Ill, VII, VIII, X, XI Haubonee yacmeiii
munos u Opyaue). [pynna gpepmeHmMo8 mampu4Hsie sapuaHm —
memassaonpomeuHassl ekaouaem 20 6au3KuUx no cpedHenonynayUuoHH
aMUHOKUcs1omHol nocaedosamenoHocmu 6esKos, bIll PUCK.

8bIMNOMAHAIOWUX PA3/UYHbIE (hYHKYUU 8
hu3u002U4ECKUX U MAMOA02UYECKUX MPOUECCAX,
BK/1104ASA SIMbpUO2eHe3, MKaHesoe pemMooesnuposaHue,
3aMcusneHue paH, eocraneHue u m.o. MMP-1
npuHUMaem yyacmue 8 0e2padayuu Kosaa2eHosbix
Humeli 8 npoyecce pemoodenuposaHus
3KCMPAyennonapHo2o0 MampuKca.




AHKW103UPYIOLLUIA CNOHAUNUT (BONE3Hb BEXTEPEBA) OMIM 106300

Puck 6onesHn bextepesa:

KoadduumeHT reHeTuuecKoro pucka (% nogeii ¢ Takum K)

Baw K (96.0%) 1
MuHUMyMm 1
Makcumym 4
0 ' 2 - s 5

OnucaHue PUCKa:

AHKMNO3UPYIOWMIA CNOHAMN0APTPUT, TaKkKe M3BECTHbIM Kak 6one3Hb bexTepeBa, - XpOHWYecKoe
BOCMaseHWe MO3BOHOYHMKA U KPeCTLLOBO-NOAB3AOWHbIX COYNEHEHUI (OHM HAXOAATCA B HUMKHEW 4acTu
CMWHbI YyTb BbllIe KOMYMKa, No obeMm CTOpoHam OT Hero). BocnaneHwe BbI3bIBAaeTCA MOBbILEHHOMN
AKTUBHOCTbIO MMMYHHbIX KNETOK, KOTOPble aTaKyloT TKAHW COBCTBEHHOIO OpPraHU3ma, B NepByo ovepespb,
XPALWEBbIE U KOCTHble TKaHWU. MOCTOAHHbLIA BOCMAa/IMTENbHbIN MPOLECC, CONMPOBOXAAoLWMNCAa 601eBbiMU
OLLYLLEHMAMWN, C TEYEHUEM BPEMEHMU MPUBOAUT K CPALLEHUIO KOCTEN, COEAMHSIOWMXCA NPU MOMOLLM
NOpPa*KeHHbIX CYyCTaBOB, W CBA30K. Pe3ynbTaToOm 3TOro npouecca ABAAETCA YaCTUYHAA UM NOSHAA noTepsa
NOABMMXKHOCTU B 3TUX MeCTax. HemoaBuKHbIE KeCTKME COYNEHEHMUA NIerKO JIOMATCA NPU OTHOCUTENIbHO
HebONbLIMX HarpysKax. AHKMAO3MPYIOWMIA CNOHAMAOAPTPUT - CUCTEMHOe 3abosieBaHME, TO eCTb OHO
MoparkaeT He TO/IbKO MO3BOHOYHWUK, HO MHOXECTBO TKAHEN M OPraHoOB, HAaNPUMep, TKaHW a3 U cepaua.
Mpnbnn3nTeNbHO B MOJIOBUHE C/ly4aeB CTPaAaloT CyCcTaBbl KOHe4yHocTel. 3aboneBaHWe BCTpevaeTcs
NPENMYLLECTBEHHO Y MYMKUYMH, MPUYEM YACTO MPOABAAETCA Yy MOJOAbIX /OAEA W  MNOAPOCTKOB.
AHKUNI03UPYIOLWNIA COHAMNI0APTPUT - HAacneaCTBEHHOe 3abo0/1eBaHME, OHO CBSI3AHO C HA/IMYMEM AHTUIEeHa
HLA-B27 - ocoboro 6enKa, NpMCyTCTBYIOLWEro Ha NOBEPXHOCTM KneToK. AHTUreH HLA-B27 urpaet posb B
anbdepeHLManbHOM AMArHOCTUKE ayTOMMMYHHbIX 6onesHelt.  YactoTa BCTPEYaEeMOCTM aHTUreHa vy
CTpagaoLmx 3Tum 3abonesaHuem coctasnaeT 90 npoueHToB. Y 3a0poBbix Atogein HLA-B27 BcTpeyaeTtcs B 8
NnpoueHTax cay4Yaes (CTaTUCTMKa npuBedeHa ans esponeounaos). AHTureH HLA-B27 yacto obHapyKuBatoT
Npu HOBEHU/bHOM PEBMATOMAHOM apTpuUTe, NCOPUATUYECKOM apTPUTE, XPOHMUYECKMX BOCMANUTENbHbIX
3300/1€eBaHMAX KULIEYHWMKA, NPOTEKAWMX C CAKPOWUIEMTOM WM CMOHAMIUTOM, YBEUTE W PEAKTUBHOM
apTpUTE, BO3HUKAIOLWMX KAaK OCNOXKHEHWE Moc/e BOCMaUTeNbHbIX 3a601eBaHUI, BbI3BaHHbIX DakTepuamm
Yersinia spp., Chlamydia spp., Salmonella spp., Shigella spp. n HeKoTopbIMK ApyrUMun.

3AKAIOYEHUE

He BbISIBAEHO reHeTUHECKOU NPEAPACNOAOXEHHOCTHU K AHKUAO3UPYIOLLLEMY
CNOHAMAOAPTPUTY (NALLUEHT He ABASeTCA HocuTeAeM reHa HLA-B27).

Pa3BepHYTbI CNMUCOK UCCe0BaHHbIX FEHETUUECKMX MapKepoB U UX GyHKLMOHANIOM MO HanpaBJeHUIo
npepcTaseH B BUuae 1abnunubi

ren RS Frenomun DyHKYUA UHmepnpemayusa
HLA-B POL_GF 50 | N/N BapuaHm He sbisigrieHO 2eHemu4Yecko2o hakmopa
accoyuupoBaHH.Il ¢ pucka 6one3HU bexmepesa.
AHKUI03UPYOUWUM
CrOHOUI0APMPUMOM.
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MUANTUA NPU PUSUYECKUX HATPY3KAX

PyUcK mranrmm npm GU3NYECKMX HarpysKax:

KoadduumeHT reHeTMUecKoro pucka (% nopeit ¢ Takum K)

Baw K (22.0%) 2
MuHUMYyMm 1

MaKkcumym 4

WHANBUAYAABHBIE PEKOMEHAALUN

B TP€HMPOBOYHOM NpoLLecce HEOBXOAMMO YHECTb CAEAYIOLLLUE OCOBEHHOCTH:
BoAee nAaBHOE NOBbILLEHUE YPOBHSA (PU3MHECKOU AKTUBHOCTH;
BoAee AAUTEAbHbIM NEPUOA BOCCTAHOBAEHUA MEXAY TPEHUPOBKAMMU;
Mpuem L-KapHUTUHAO NepeA TPEHUPOBKOMW.

OnucaHue puUckKa:

Mpn ycruneHHbIX GU3MYECKUX Harpyskax mosblaeTca NoTpebHOCTb B sHeprosaTtpaTax. benok,
Koaupyembit reHom AMPD1 npuHumaeT ydvacTme B npoueccax obecnevyeHus 3sHepruen
paboTatoLmx CKeneTHbIX MblwwL. Mpu ero aeduunTe NPOUCXOAUT HapyLLEHME SHEProcHaAbKeH WA
MbILWL, W MOBPEXAEHUID MbIWEYHbIX K/JETOK, 4YTO COMpPOBOXAAETCA MUKPOTPaBMaMn U
MoBbILEHMEM YPOBHA JlakTaTa M 6onamu B MbllLax - muanrvei. Npu onTMmanbHOM
SHepreTuyeckom o6MeHe 4YenoBeK MOMKeT BbIMONAHATL 6onee BbipaXkeHHble ¢uUsnYeckue
Harpysku.

3AKAKOYEHUE
BbissBA€H OAKTOP PMCKA MUAATMU NOCAE PUIMHECKUX HArPY3OK.

Pa3BepHyTblﬁ CMUCOK nccnegoBaHHbIX reHeETUYECKUX MapKepoB U UxX ¢yHKLI,VIOHaI'IOM no
Hanpas/ieHUIO NpeacTaB/ieH B Buge TaGHMLI,bI

lex RS Fewo- PyHKYuA Uumepnpemayua
mun
AMPD1 rs17602729 | G/A AM®-0e3zamuHasza 1-20 muna, dakmop pucka muanauu
MpuHUMaem yyacmue 8 npoyeccax 8bi3bisaemMoli husuyeckoli
obecrieyeHus aHepaueli Haepy3kodl.

pa6omafou4ux CKes1emHbIX mblwy.




PUCK CHUXKEHUA NOTEHUMUANA PA3SBUTUA CIIPUHTEPCKUX KAYECTB

PUCK CHUXKEHUA NoTeHLMana pa3BUTMUA CPUHTEPCKMX KAYecTs:

KoaddpuumeHT reHeTnueckoro pucka (% noaeun ¢ Takum K)

Baw K (51.0%) 2
MuHUMYM

Makcnumym

WHANBUAYAABHBIE PEKOMEHAALNUN

Bbl fIBAA€TECb HOCUTEAEM OAHOro «OBbICTPOron U OAHOrO «(MEAAEHHOro»
BApUaHToB reHa ACTN3. Bbl He OrpaHM4eHbl B BO3MOXHOCTU AOGUTLCH BbICOKMX
pe3yAbTaTOB B CMPMHTE, HO, Ckopee Bcero, Bam npuAETCAS NPUAOXUTb OOAbLUE
YCUAUU, 4YeM AloASM ¢ reHoTunom CC (RR). AAa Bac Bbilwe BEpOATHOCTb AOGUTLCH
ycnexa B TeX BUAAX CMOPTA, B KOTOPbIX BOXKHEE BbIHOCAUBOCTb.

OnucaHue pucka:

CnpuHTep uam ctaep? CKOPOCTb M CUIA COKPALLEHWI CKeNeTHbIX MbIWL, BO3pacTaeT B pe3ysbraTte
TPEHMPOBOYHOrO NpoLecca. Y Atogei ¢ pasIMYHbIMU FreHOTUNAMM eCTb OTIMYMA KaK B UCXOL4HOWM MbILLIEYHOWN
CuUfie, TaK U B CKOPOCTM MPOrpeccMpoBaHUA BO BpPemA TPEHUPOBOK. CTPYKTypa MbIWL, HEOAHOPOAHaA.
CKeneTHble MbILLbl Ye/IOBEKA COCTOAT U3 ABYX OCHOBHbIX TUMOB MbILUEYHbIX BO/IOKOH:

- | TMn «mepsieHHble» MblleYHble BOJIOKHA, KOTOpble MenJ/IeHHO COKpalwalTcs, HO obecneynBatoT
BbIHOC/IMBOCTb.

- Il TMn «BbICTpble» MbileYHbIE BOJIOKHA, KOTOpble BbICTPO COKpallatoTca u bbicTpo yTomaatoTca. Mx
paboTa 3aBMCUT TaKKe OT BO3MOMKHOCTM OpraHM3ma obecneumBaTb MbillLbl KUCA0poaom. OHM HEOBXOoANMbI
ONs BbICTPOrO M CUIbHOTO COKPALLLEHMA MbILLLL B TAKUX BUAAX CMOPTa, KaK CNPUHT U TAXKenana atneTuKa.

CocTaB MbllLEYHbIX BONOKOH 6osiee yem Ha 50% 3aBUCUMT OT HaAcneACTBEHHbIX GaKTOPOB M MOYTU He
MEHSAETCA NPU 3aHATUAX CNOPTOM. Ha 3TOM OCHOBaHMM MO COCTaBY MbILIEYHbIX BOMIOKOH C 60/bLLUON AoNek
BEPOATHOCTU MOXKHO ONpeaennTb NpeapacnonoKeHHOCTb K Pa3/IMYHbIM BUAAM cnopTa. Pe3ynbTaTbl aHanmsa
6MOMNCUMN CKENETHbIX MbILIL, BbICOKOKBAaAUOULIMPOBAHHbIX CMOPTCMEHOB CBUAETENLCTBYIOT O NpeobiagaHnm
MeAJ/IEHHbIX MbILLEYHbIX BOJIOKOH Yy CTaiepoB, a ObICTPbIX MbIlIEYHbIX BOJIOKOH Yy CNpuUHTepoB. PaBHoe
COOTHOLLEHNE MeI/IEHHbIX N BbICTPbIX MbILLIEYHbIX BOJIOKOH XapaKTePHO As TeX, KTO 3aHMMAETCA UrPOBbIMU
BMAAMM CropTa 1 eanHOBopLEB.

FeH ACTN3 KoaupyeT 6en10K aKTUH-3, BXOAALMIN B COCTaB «BbICTPbIX» MbILIEYHbIX BOJIOKOH. BbiiBNEHO,
yto y 60nbWKNHCTBA ONMMNUIACKMX YEMMMOHOB B TEX BMAAX CNOPTa, FAe BaKHbl CMPUHTEPCKME KayecTBa,
OaHHbIN reH paboTaeT onTuManbHo. MyTaums B nosuumm 577X redHa ACTN3 (nokyc rs1815739) npuBoauT K
OrpaHNYEHUIO BO3SMOXKHOCTWN PAa3BUTUA CKOPOCTHO-CMI0BbIX KayecTB.

OTcyTcTBMEe MyTaumm obo3HavaeTcs Kak 577R. Bce oA MMeloT Mo ABe KOMWU KaKaoro reHa (ot otua u
OT MaTepu), COOTBETCTBEHHO BO3MOMKHbI TPU BapmnaHTa reHotuna: R/R, R/X nan X/X.

3AKAIOYEHUE
CHMXEH NOTEHLUUAA PA3BUTUS CNPUHTEPCKUX KAYECTB.
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dBJ1eH B Buge Tasl'IVII.l,bl

ren RS FreHomun DyHKYuA NHumepnpemayua

7
ACTN3 rs1815739 Cc/T AKmMuH-3, omse4yaem 3a MeHbwe geposmHocms cmams B e
pazsumue «b6bicmpbix» crnpuHmepom «Onumnulicko2o ypoeﬂlj
MbIUWEYHbIX 80/I0KOH. Bbiwe sepoamHocme dobumascsa ycri 8
mex 8udax cropma, 8 KOMopbIxX eaﬂ;gee.

8blHOC/IUBOCMb.




HYTPUTEHETUKA

4YBCTBO HACbILLEHUA U CKTOHHOCTb K NEPEEAAHUIO

Bawa reHeTmnyeckan npegpacnosioxKeHHOCTb K nNepeeaaHuio:

KoadpuumeHT reHeTuuecKkoro pucka (% nopei ¢ Takum K)

Baw K (40.8%)
MuHUMyMm

Makcmmym

o 0,5 1 1,5 2 2,5

UWHANBUAYAABHBIE PEKOMEHAALUN

BbISBAEHO YyMepeHHOe MOBbILUEHUE PUCKA MEepeeAaHUs BCAEACTBUE
NO3AHEro ouLyuLeHus Hacbiw,eHus. Heo6Xxo0AUMO CAeAUTb 3a 06BEMOM PA3OBOM
NopLMU U 3apaHee ONpPeAeAsiTb KOAUYECTBO NMULLU, KOTOpoe ByAeT CbeAeHo,
UCKAIOMATb AOMOAHUTEAbHbIE MopuuM B npouecce eabl. He aAonyckaTtb
AAUTEAbHbIX NEPEPLIBOB MEXAY €AOWU, HAYUHATb NMPUEM MULLU C (BGAAAACTHbIX
NPOAYKTOB) (CM. NPUAOXEHME), HaNPUMEP, C OBOLLLHOFO CAAATA.

OnucaHue puUcKa:

MnweBoe HacbileHMe - UCYE3HOBEHME YyBCTBA rosoga nocne npuvema nuuiM, OTKas oT AaﬂbHEVIUJeFO
npuema nuun. CKOpOCTb HacCblWEHNA 3aBUCUT KaK OT MeXaHU4eCKux (paCTﬂ)KeHMe )Kenyp,Ka), TakK U OT
HeﬁpoaHAOKpMHHbIX (baKTOpOB (Bblﬂ,e.ﬂeHVIe dKTUBHbLIX BeLWECTB, BAMNAKOWMX Ha LEHTP HacbilweHune B
roO1I0BHOM MO3I'e). M3meHeHMA B reHax, BAMAIOWMX Ha HeﬁpoaHﬂ,OKpMHHble peakunn, MmoXXeT U3IMEHATb
KOHLUEHTPaUno U aKTUBHOCTb KOAUPYeMbIX MMU 6enkos - TOPMOHOB U, TaKUM o6pa30M, B/IMATb Ha
CKOPOCTb BO3HWKHOBEHMA 4YYyBCTBa CbITOCTU. Jltogam C HE6I13FOI'IpMFITHbIMM BapunaHTaMn 3TUX TEHOB
C/I0OXKHEe KOHTpPO/npoBaTb obbem C'be,CI,aeMOﬁ nnn, y HUX Nno3xe npuxoaut oulyuieHune CbITOCTU, 4YTO
MOXET Bblpa*XaTbCA B NnepeedaHnN.

3AKAIOYEHUE

Mo pe3yAbTATAM reHeTM4ecKoro TecTa Baw puck nepeeAaHus us-3a No3AHero
HACTYMAEHUS YYBCTBA HACHILLLEHUSI BO BPEMS €Abl NOBbILLEHHbIN.
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YTbliA CIMCOK MCCNea0BaHHbIX FeHETUUECKMX MapKepoB U UX GYHKLMOHA/IOM NO Hanpas/eH
2ACTaBNEH B BUAe Tabamubl

len RS FreHomun DyHKyuA Uumepnpemayusa

FTO rs9939609 T/A leH, ceA3aHHbIl € Haubonee yacmeili sapuaHm aeHa;"

OXUpeHUem. CpeOHsAa ckopocmb HacMynaeHuUs .
yyecmea HAcbiWeHuUs 80 epemMs edbl. |
ApoA5 rs662799 A/A AnonunonpomeuH A5. Hau6onee yacmeil sapuaHm. Hem
Bxodum e cocmas 30WUMHo20 3ghghekma 8 om:—:owegt’:u L ]
AIUMNONPOMEUHOB BbICOKOU U | CKAOHHOCMU K nepeedaHuio us-3a.
o4YeHb HU3KoU naomHocmu. | 3ana3oslearowezo 4yecmsa HOCbIWEHUA.
Cmumynupyem pacrnad Y ]
HUpos, uHeubupyem
CUHMe3 mpuanuyepuoos 8
nevexu.




3®PEKTUBHOCTb HU3KOXMPOBOW OUETbI ANA CHUXKEHUA BECA

IPPEKTUBHOCTb AMETLI C OFPaHMYEHNEM XKMPOB Ans Bac:

KoaddpuumeHT reHeTUUecKkoro pucka (% nropgeii c Takum K)

Baw K (69.1%) 1,37
MuHUMym ,86

Makcmmym 5,38

OnucaHue pucka:

HusKkoKmMpoBble AueTbl - AWeTbl C HU3KMM  COAEP’KaHMEM KMBOTHbIX KUPOB W TPAHC-KMPOB.
PekomeHayemble KUPbl - MOJIMHEHACBIWEHHbIE KUPHbIE KWUCNOTbl, codepawueca B pbibe U
HepapUHNPOBAHHBIX PACTUTENbHbIX }KUPaX.

CobntofeHne HU3KOKUPOBOM AMETbl CHUMKAET PUCK CepAe4YHO-CocyauCTbiXx 3abosieBaHui, 3aboneBaHuin
neyeHn u novek. OAHaAKO Pe3Koe OrpaHMYEHME KMUPOB Ha ASIUTENbHOE BPEMS He ABAAETCA BapUMaHTOM
NPaBUIbHOMO NUTaHUA. [NUTeNbHOE WCKAOUYEHME MKMUPHbIX MPOAYKTOB M3 paLMOHa MOMeT Bbi3BaTb
AeduULnT KupopacTBopuUMbIX BUTaMmMHOB A, D, K, E, uTo BeaeT K dU3MYecKoMy 1 YMCTBEHHOMY YTOMIEHWUIO,
CYXOCTW KOKM, BbIMaZeHMI0 BOIOC U APYrMM HapyLLUEHUAM.

3ddeKTMBHOCTb BCACbIBaHMA KMPOB CTEHKOW KULLEYHMKA KOHTposupyeTca reHom FABP2. MonnmopdHbie
BapuaLUMM reHa CHUXKAKT aKTUBHOCTb 6esika, Kogupyemoro FABP2. Yem HuKe aKTUBHOCTb 6enka FABP2,
Tem meHee 3pPeKTUBHA HU3KOKMPOBAA AMeTa B bopbbe C IMWHUM BECOM.

3AKAIOYEHUE

Mo pe3yAbTATAM reHeTUYEeCKOro TecTa 3¢pPEeKTUBHOCTb HU3KOXXUPOBOU AUETbI
AAS CHUXKEHUS BECA CPeAHEeNOoNyASLMOHHAS.




Pa3BepHYTbIi1 CNUCOK UCCIEeA0BaHHbIX FEHETUHECKUX MAaPKEePOB U MX GYHKLMOHANIOM NO HaNpaBAEHUIO
npeacTaB/ieH B Buge Tabnunupbl

leH

RS

leHo-
mun

DyHKYUA

UHmepnpemayusa

FTO

rs9939609

T/A

leH, CBA3AHHBIl C oxcupeHuem.

lNosbiweHa aghghekmusHOCMb
HU3KOXUPOoBbIX duem.

FABP2

rs1799883

c/c

MMepeHoCYUK H#UPHbIX KUCIOM 8
MOHKOM KUuWeYyHUKe.
KoHmponupyem
aghgekmusHOCMb yceoeHUSA
Hupos, nocmynarouux ¢ nuwed.

CHuUxXceHa aghghekmusHoCMb
HU3KOXUpOo8bIx duem.

rs429358,
rs7412

AnonunonpomeuH E. Yuacmeyem
8 0bMeHe aUnuoo8 8 KpPosu U 8
obmeHe xonecmepuHa 8 mosee (u
8 HEKOMOPbIX Opyaux Op2aHaXx).

E3/E3 BapuaHm 2eHa He
npedpacrionazaem K 6onee
8bIPAHCEHHOMY 3¢hheKmy HU3KOHUPOBOU
duemel.

o’

rs662799

AnonunonpomeuH A5. Bxooum 8
cocmas AunonpomeuHos
8bICOKOU U 0YeHb HU3KOU
naomHocmu. Cmumynaupyem
pacnad yupos, uHaubupyem
cuHmes mpueaauyepudos 8
nevyeHu.

bonee sbipaxceHHbIl 3¢hghekm
HU3Koxcuposoli duemel.




3®PEKTUBHOCTb HU3KOYINNEBOAHOW AMETbI ANA CHUXKEHWUA BECA

IPPEKTUBHOCTb AMETLI C OFPaHMYEHNEM YI1eBOAO0B 414 Bac:

KoadduumeHT reHeTMUecKoro pucka (% niopei ¢ Takum K)

Baw K (83.8%) 1,1

MUHUMYM

Makcmmym

2,5 3

OnucaHue pucka:

HuskoyrnesoaHasa [AveTa 3ak/1OYaeTcA B OrpaHUYEHWW KoaudectBa noTpebnsembix yrnesogos. K
npoaykTam, 6oratbim yrneBoZamm, OTHOCATCA Xneb, Kpynbl, KpaxmanocogeprKalme oBoLlM, PpPyKTbl, a
TaKXe MOJIOKO M MHOorypT. B HM3KOyrneBogHoOM pgueTe npeanoyTeHMe OTAAEeTCA OBOLWAM C HU3KUM
CcoAeprKaHNEM Kpaxmana, Kupam 1 6eKoBbIM NPOAYKTaM.

dddeKTMBHOCTL MeTabosiM3mMa YrieBoAOB KOHTPOJIMPYETCA B TOM 4YWUC/le FEeHOM afpeHeprnyeckoro
peuentopa 2 (ADRB2). MonnmopdHblie BapuauMM reHa CHUXKAKOT aKTMBHOCTb 6enka ADRB2. Yem Huke
aKTMBHOCTb 6esika ADRB2, Tem meHee 3¢ deKTUBHA HU3KOYr1eBOAHas aneTta B bopbbe ¢ MLWHUM BECOM.
leHeTMYecKMe GaKTopbl PUCKA caxapHoro anabeta 2 TMNa, NPU UX BbIABAEHUU AUKTYIOT HEOOXOAMMOCTb
OrpaHMYeHUA «ObICTPbIX» YINEBOA0B, MPOAYKTOB C BbICOKMM MMUKEMUYECKMM UHAEKCOM.

3AKAIOYEHUE

Mo pe3yAbTaTaM reHeTU4ecKkoro Tecta 3P EeKTUBHOCTb HU3KOYTA€BOAHOMU AUETDI
AASl CHUXKEHUS BECA CPEeAHENONYASLLMOHHAS.

Pa3BepHYTbI CNMUCOK UCC/Ie40BaHHbIX FTEHETUYECKMX MAapKepoB U Ux GYHKLMOHANIOM NO HanpaB/IeHUIo
npeacrassieH B Buae Tabanubi

ren RS Fexo- dyHKYuA Uumepnpemayusa
mun
ADRB2 | rs1042714 ¢/G bema-adpeHopeyenmop 2 muna. lpucymcmeyem Ha bonee
MeMbPaHax Knemok 2aa0Kol MycKysaamypel U 8 8bIpaxceHHbIl
HUPOBLIX KNemKax. Ydacmeyem 8 Mmobuausayuu xupa aggpekm
U3 XUPOBbIX KeMOK 8 0meem HA 20PMOHbI (AOPeHAsnUH, | HU3Koyanego0Hol
HOPAOGPeHanuH), CMuMyaupyom 27UKO2EHOU3 8 neYeHu | duemel.
U 8b16POC 2/110KO3bl 8 KPOBbL 01 80CMOHEHUA
3aHepezemuyveckux nompebHocmeli pabomeol Moluy,.
PPARG | rs1801282 c/C Peuenmop akmusamopa nepokcucom G. Peayaupyem MeHee
HAKOMAeHUe YUPHbIX KUCAO0M U Memaboau3m 2/10KO3bl. | 8bIpax(eHHbIl
agppekm
HU3Koy2/1e800HOl
duemol.
ApoE rs429358, E3/E3 | AnoaunonpomeuH E. Yaacmeyem e obmeHe aunudos e HelimpanoHoil
rs7412 Kposu u 8 0bMeHe xonecmepuHa 8 Mo3ee (U 8 eapuaHm.
HeKkomopbix Opyaux opeaHax).
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NOTPEBHOCTb B UHTEHCUBHbIX TPEHUPOBKAX ANA CHUXEHUA BECA
(PUCK «9HEPTOCBEPETAKOLLIEFO TUMA» OBMEHA BELLECTB)

Balla NOTpebHOCTb B MHTEHCUBHbIX TPEHUPOBKAX AN CHUMKEHUA Beca (PUCK «3Heprocbeperatowero Tuna»
obmeHa BellecTs):

KoadpuumeHT reHeTuUecKoro pucka (% nogei ¢ Takum K)

Baw K (72.3%) 1,32
MuHUMYM
Makcmmym 1,96
o 0,5 1 I,IS I2 2:5

WHANBUAYAAbHBIE PEKOMEHAALUU

Mpu Bawem reHoTune, oxuaaeTcs ObICTpbiM 3dPEKT NO KOPPEKLMUU
(CHMXEeHUI0) MaccChbl TeAa AQXe MPU YMEPEHHbIX PUIUYECKUMX HArpysKax.
Harpy3kmu  AOAXHbI  ObiTb  peryAsspHbiMU.  ONTUMOAABHBIMU  ABAAIOTCS
KAPAMOTPEHUPOBKM MNPU KOTOPbIX Baw nyAabc OyAeT HAXOAUTbCA B
ONpPeAEeAEHHOM LLeA€BOM NPOoMeXYyTKe (C y4eTOM NOAQ, BO3PACTA, HOAUYMUSA UAU

e S L gy P ol iy v I = : £ | & & - e L 1§

OnucaHue pucka:

Kakune ¢pusmnyeckme Harpysku - MHTEHCMBHbIE UM YMepPeHHble - byayT Hanbonee apdekTUBHLI Ana Bac,
3aBMCUT OT BalMX reHOB PeLLenToOpPOB K agpeHaNUHY.

Mpy ¢un3MYeCKMX Harpyskax MblwLam TpebyeTtca 6o0nblue KUCIOpoAa M 3HEpruu ANs aKTUBHOIO
COKpalleHuA. ITo AocTUraetca paboTol afpeHeprnyeckor cUcTemMbl. AZpPeHannH W HopagpeHanuH
CBA3bIBAOTCA CO cBOMMM peuenTopamm ADRB2 1 ADRB3, cTUMyAMPYIOT NOBbILIEHME YaCTOTbl CEPAEYHbIX
COKPALLEHWI, @ TAKKe MOOUIN3YIOT «3aMachi» XMPOB A7 NONYYEHUA SIHEPrETUYECKMX MONEKYII.

Y HocuTenei BapuaHTa 16Gly reHa ADRB2 u 64Arg reHa ADRB3 ans cKuraHusa KMpPOBbIX 3amacos
Heobxoanmbl 6o/bluMe [03bl aAPEHANNHA, YTO MOMKET BbiTb AOCTUIHYTO BO BPEMSA BbICOKOMHTEHCUBHbIX
WMHTEPBA/IbHbIX TPEHUPOBOK (MPOKOHCYIbTUPYMTECH C MHCTPYKTOPOM No PUTHECY).

B 3aBMCMMOCTM OT BapMaHTOB reHOB Pa3/IMYaloT «3HEPropacTpauMBaloWmnny Um «3HeprocbeperaroLminy
TMNbl MeTabonuama. Mpu sHepropacTpaunBatoLLeM TUMe nerye gocturaetca 3pdeKT (CHUKeHMe macchbl
TeNa 3a CYET XKMPOBbIX 3aMacoB) NPW BbINOJHEHUM GU3MYECKMX YIpaXKHEHMI. Npu sHeprocbeperatolem
TMNe ANA JocTUKeHUs adpdeKTa HeobxoaMMbl 6oNee MHTEHCHMBHbIE TPEHUPOBKMU.

3AKAKOYEHUE

Bbl OTHOCUTECH K (IHEPrOpACTPAYUBAIOLLLEMY TUMY) — PEeryAsipHble dousn4eckue Harpysku
AQXe YMEepPEHHOU UHTEHCUBHOCTU AOCTATOYHO 3PP EKTUBHBI AAS Bac.
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Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUYECKMX MapKepoB U uX GYHKLUOHANOM NO HanpaBAeHUIo
npepacrasneH B Buae Tabaunubi

ren RS reHomun DyHKYUA Unmepnpemayus

ADRB2 rs1042713 | G/A bema-adpeHopeyenmop 2 muna. YmepeHHslIl hakmop pucka
lMpucymcmeyem Ha membpaHax «3Hepaocbepezarou,e2o muna»
Knemok 2na0dKol Mmyckynamypel U8 | obmeHa seusecms. Boiwe
HUPOBbLIX KAemKax. Yuacmeyem 8 nompebHOCMb MPEHUPOBKAX
MOBUNU3AYUU HUPA U3 HUPOBLIX 8bICOKOU UHMeHcUu8Hocmu 0415
KaemoK 8 omeem Ha 20PpMOHbI CHUX(EeHUA seca, MeHbwe 3ghghekm
(adpeHanuH, HopadpeHanuH), YMepPEeHHbIX (hu3u4eCKUX Ha2py30K.
CMUMyAUpPyrom 2/UKO2eHosU3 8
reyeHu U 8b16pOC 2/110KO3bl 8 KPOBL
01 80CMOMHEHUA SHep2emuYecKux
nompebHocmeli pabomsi Mmbily,.

ADRB2 rs1042714 | ¢/G bema-adpeHopeuenmop 2 muna. YmepeHHbIl pakmop pucKa

Mpucymcmayem Ha MeMbpaHax
KAemok 271a0Koli MycKysamypbl U 8
HUPOBLIX KAEMKax. Ydyacmeyem 8
MOBUAU3AYUU HCUPA U3 HUPOBLIX
K/emoK 8 omeem Had 20PMOHbI
(adpeHanuH, HopadpeHanuH),
CMUMYAUPYom 2aUK02eHoMU3 8
nevyeHu U 8b16POC 2/110K03bl 8 KPOBb
01151 8OCMOMHEHUSA IHEP2emMuUYecKuUX
nompebHocmeli pabomel Mblly,

«3Hepaocbepezarowe2o muna»
obmeHa sewecms. Boiwe
nompebHOCMb MPEHUPOBKAX
8bICOKOU UHMeHcusHocmu 015
CHUX(EeHUsA seca, MeHble 3gpghekm
YMePEHHbIX (hU3UYECKUX HA2PY3OK.
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NMOTPEBHOCTb B PA3IPY304HbIX AHAX

IbPEKTUBHOCTb Pa3rpy30UHbIX AHEN A9 CHUMKEHWA Beca:

KoadpuumeHT reHeTUUecKoro pucka (% nogei ¢ Takum K)

Baw K (85.0%)
MuHUMym

MaKkcumym

2,5

OnucaHue pucka:

Hy»KHO i Bam ycTpamBaTtb «pa3rpy3oyvHble AHM» - NePUObl C HU3KUM COAEPXKAHMEM XKMPOB B AMETE
WAW NA Ballero opraHnsama 6naronpuATHee paBHOMEpPHoOe nMuTaHMe? Ha 3TOT BOMpOC MOXKEeT OTBETUTb
reH PPARG, KOTOpbIl OTBEYAET 33 POCT KMPOBbIX KNETOK.

Bonblioe KonmyecTBo reHoB (B Tom uyncsie PPARG) «gocTanncb» Ham B XOA4e 3BONOLMM OT KUBOTHbIX.

TaK KaK »KMBOTHble OObIYHO MMEIT AOCTYN K KaJlopMMHOW nuuie, 6oratoi »KMpamu, OaneKko He
Kpyrabii rog, pabota PPARG KM3HEHHO HeobxoAMMa MM B rONOAHble NMEPUObl, MOCKOJIbKY 3TOT reH
perynvpyeTt HakornieHue xupa. BapmaHt C (cootsetctByeT Prol2) -npumepHo 85% ntogein MmeroT sToT
«3anacalowmnim» BapuaHT M «pPasrpy30yHble OHU» C HU3KUM COAepXKaHWem XKMPOB U3MONOTMYHBI U
nosiesHbl, 0CO6EHHO NPU HU3KOW GU3NYECKON aKTUBHOCTU.

BapuaHT G (cootBetctByeT Alal2) PPARG - myTaumsi, KoTopas BCTpedyaeTca TONbKO Yy Ntogen u
BbIABNAETCA TONbKO Y 15%. DTOT BapMaHT He 3anacaeT XXUp Npu ero akTUBHOM MOCTYN/IEHUN B OPraHU3M U
TaKnMm 06pa3om, ABAAETCA NPOTEKTUBHLIM GAKTOPOM Pa3BUTUA GOPMUPOBAHUS M3OLITOYHON Macchl Tena.
Ho yumnTbiBas, uto dopmupoBaHme M36bITOYHOrO BECa 3aBUCUT M OT APYruMx napameTpos, HOCUTE/NbCTBO
Alal2 He rapaHTUpyeT NoaHOe OTcyTcTBME M36bITOUHOM Macchbl. Mpu Alal2 reHoTune 6aaronpuATHbBIM 1A
3[10pOBbA ABNAETCA MOBbIWEHUE COAEPKAHUA MOHOHEHACBIWEHHbIX XWPHbIX KWUC/IOT B pauyoOHe W
paBHOMEPHOCTb NOTPEe6AEHUA KMPOB B TEYEHME rOAa.

3AKAKOYEHUE
Bbilwa MHAMBUAYQALHAS MOTPEOGHOCTb B PA3rPY304HbIX AHSIX MOBbILLEHA.

Pa3BepHyTbIl71 CNMUCOK ncciegoBaHHbIX reHEeTUYECKUX MapKepos U Ux d)YHKLI,MOHaﬂOM no HanpasJ/iIeHUo

npepacrasneH B Buae Tabaunubi

leHn

RS

reHomun

DyHKYuA

Unmepnpemayus

PPARG

rs1801282

c/c

Peyenmop akmusamopa
nepokcucom G.
Pezynupyem HaKorneHue
JUPHBIX KUCaom u
memab0oau3m 2/1t0KO3bI.

Boiwe 3¢hchekmusHOCMb pa3epy304HbIX
OHell 0718 CHUX(eHUs seca.
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BbIPAYEHHOCTb MO-UO YPDEKTA

BbipakeHHOCTb 3¢ deKTa 0bpaTHOro Habopa macchl Nocse 3aBepLleHns aneTbl y Bac:

KoaddpuumeHT reHeTuueckoro pucka (% nrogeii c takum K)

Baw K (39.6%) ,44

MuHUMym

Makcumym 2,3

o 0,5 1 15 2 2,5

WHANBUAYAABHBIE PEKOMEHAALUN

BaMm He peKOMeHAOBAHbl KPATKOCPO4YHble AMETbI CO 3HAYUTEAbHbIM
cokpdadlLeHnem HOTpesAﬂeMbIX KGAOpMﬁ U pe3koe 3asepLieHne AMeThbl.

OnucaHue puUcka:

MccnenoBaHMsa NOKasbiBaloOT, YTO HEKOTOPbIE II0AM BO3BPALLAIOT CBOM JIUWHMWIA BEC Moc/e yCrnewHoM
aneTbl bbicTpee, yem gpyrve. Bo MHOrOM 370 AE€TEPMUHUPOBAHO HALWMMK reHamu.

3AKAIOYEHUE

Mo pe3yAbTATAM reHeTU4YeCcKoro TecTa
NPEeAPACNOAOXEHHOCTb K MO-MO 3PP EeKTY NOBbILLEHHAS.
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Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM NO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

ren RS reHomun dyHKYUA Uumepnpemayusa

ADRB2 | rs1042713 G/A Eema-adpeHopeyenmop 2 muna. lMosbiweH puck
lpucymcmeyem Ha membpaHax Kaemok Habopa maccel mena
21a0Kol MyCcKys1amypbl U 8 #UPOBLIX KAeMKaX. rocse ycrneuiHo20
Yyacmasyem 8 MobuUAU3aUUU HUPA U3 HUPOBbLIX | 3a8epweHus ouemol.
K/1iemoK 8 omeem Ha 20PMOHbI (AOPEeHAUH,

HOPAOPEHANUH), CMUMYAUPYIOM 2/1UKO2EHO/U3 8
re4YyeHuU U 8bI6POC 2/110KO3bl 8 KPOBb 014
80CO/IHEHUSA 3Hep2emuyeckux nompebHocmeli
pabomesi Mbiliy,.

ADRB2 | rs1042714 c/G Eema-adpeHopeyenmop 2 muna. lMosbiweH puck
lMpucymcmeyem Ha MemMbPAHAX KaAemoK Habopa maccel mena
21a0Kol MyCKynamypel U 8 HUpPOBbIX KAeMKax. rnocse ycnewHozo
Yuacmeyem e Mobunu3ayuu #upa us XuUpossix | 30eepuieHus ouemel.
K/1emoK 8 omeem Ha 20pMOHbI (AOpeHasnuH,

HOPAOPEHANUH), CMUMYAUPYOM 2/1UKO2EHO/U3 8
fevyeHu u 8b16pOC 2/110KO3bl 8 KPOBb 0117
80CMO/IHEeHUA 3Hepa2emuyeckux nompebHocmeli
pabomesi Mbiliy,.
PPARG | rs1801282 c/C Peuenmop akmusamopa nepoKcucom G. CHuxceH puck Habopa

Peaynupyem HaKorneHUe #¥UpHsIX KUcsaom u
mMemabosu3m 2/KOo3bI.

maccsl mena nocae
ycreuwHozo
3as8epweHus ouemel.
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PUCK NMATOJIOMMHECKOIo OTNOXEHUA KUPA BOKPYT BHYTPEHHUX OPTAHOB

CKNOHHOCTb K NnaTo/IorM4eCKoMy OT/IOXKEHUNIO KMPa BOKPYTr BHYTPEHHUX OPraHOB:

KoaddpurumeHT reHeTuueckoro pucka (% niogeii c Takum K)

Baw K (98.0%)
MuHUMyMm

MaKkcumym

o 0,5 1 1,5 2

OnucaHue pucka:

*upoBas TKaHb MpeaAcTaB/AeHa B Pa3sHOM KO/JIMYECTBE BO BCEX TKaHAX opraHM3ma, a ee pacrnpegeneHuve
3aBUCUT OT MHOXecTBa (aKTOPOB, BKAOYAIOWMX MO/, BO3PACT, YpoBeHb (GU3MYECKON aKTUBHOCTMH,
XapaKTep NUTaHUA U reHeTUYecKMe 0cobeHHOCTH.

MoBbIEHHbIE OT/IOXEHUA KMPA BOKPYr BHYTPEHHWX OPraHOB HapylwaeT uX ¢(YHKUMOHMPOBAHMUE,
YMeHbLUIAET KOIMYECTBO NOCTYMatoLLEeN K OpraHy KPOBU U MOKET MPUBOAMUT K Pas/INUYHbIM 3a60/1€BaHUAM.

3AKAIOYEHUE

Mo pe3yAbTATAM reHEeTU4ECKOro TECTA PUCK OTAOXKEHUS XUPA
BOKPYF BHYTPEHHUX OPraHOB CPEAHENONYASLMOHHbIN.

Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FeHETUUECKMX MapKepoBs U UX GyHKLMOHANOM MO HanpaBaeHUIo
npepcrasneH B Buae Tabaunubi

ren RS Fero- DyHKYUA NHmepnpemayusa
mun

ADRB2 | rs1042714 C/G | Bema-adpeHopeuenmop 2 muna. [pucymcmayem YmepeHHsll hakmop
Ha MembpaHax Knemok 2a1a0Kol MycKyaamypel u 8 PUCKO OMAOMHEHUA
HUPOBLIX KAemKax. Yyacmayem 8 mobuauszayuu Yupa 80Kpy2
HUPA U3 HUPOBLIX KIEMOK 8 0mMm8em Ha 20pMOHbI B8HYyMpeHHUX 0P2aHO8.
(adpeHanuH, HopadpeHanuH), cCmumyaupyrom
2/1UK02eHOo/U3 8 MeYeHU U 8b16p0C 2/110K03bl 8 KPO8b
015 80CMOMHEHUSA 3Hepeemu4ecKux nompebHocmeli
pabomesi MbiliU.

FABP2 rs1799883 C/C | MepeHoCUUK HUPHbLIX KUCOM 8 MOHKOM KuweyHuKe. | CHUMEH pucK
KoHmponupyem 3¢hghekmusHOCMb yc80EHUSA HUPOS8, | OeroHUPOBAHUA HUpad
nocmynarowux ¢ nuwed. BOKpYy2 BHYyMpPEeHHUX

Op20HO8.

PPARG | rs1801282 C/C | Peuenmop akmusamopa nepoxcucom G. Peaynupyem | CHUMCEH pucK
HaKonseHUe ¥UpPHbIX KUucaom u memaboau3m OM/OHEHUA Hupa
2/110KO03bl. BOKpYy2 BHYMpPEHHUX

Op20HO8 rpu
u3bbImoyHom eece.
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NOTEPA MbILLEYHOM MACCbI NPU AUETE C OTPAHUYEHUEM KAJIOPUIA

nOTepﬂ MbILIEYHOM Macchl npu gnete Cc orpaHN4YeHnem Kanopmﬁ:

KoaddpuumeHT reHeTuUeckoro pucka (% niogeii c Takum K)

Baw K (48.0%)
MuHUMym

Makcumym

WHANBUAYAAbHBIE PEKOMEHAALUN

PeKoOMeHAOBOHO COGAIOAATbL GAAQHC MEXAY OrpaHU4EeHUEM NOTpeBAeHus
KAOAOPMU M UX PUACXOAOBAHUEM, A TAKXKE MNPABUABHO MNOAOGMPATL BUA
dusmnvecknx Harpysok. Mpu NPUMEHEHUU TOABKO KAPAUOTPEHUPOBOK BMECTE C
XUPOM CropalT TAKXKE AMUHOKUCAOTbl — KOMMOHEHTbl 6eAkoB. oaTomy
KAPAMOTPEHUPOBKU COYETAIOT C CUAOBBIM TPEHUHIOM. YunTbiBas Bawl reHoTun,
Bam 0co6eHHO Heo6GXOAMMO BKAIOYATb CUAOBOM TPEHUHI AASl OFrPAHUYEHMS
NOTEPU MbILLEYHOU MACCHI NPU COBAIOAEHUU TMMOKAAOPUUHOU AUETDI.

OnucaHue puUcka:

Mpu AneTe C OrpaHUYEHMEM Kalopuit OpraHM3mMm pacxodyeT 3anacbl, HO, K COMKa/ieHWo, 3TO He Bceraa
KMpOBble Aeno. Y HEKOTOPbIX Nt0AEN eCcTb reHeTUYecKMe NPeamKTopbl, KOTOpble MNO3BO/IAIOT OpraHU3my
3GPEKTMBHO UMCMONb30BaTb CBOM KMPOBbIE 3aMacbl, MO3TOMY OHM MOTYT MOTEPATb Bec npwu
HM3KOKaNOpUIHON aneTe BbICTPO M B OCHOBHOM 33 CYET ¥KUPOB.

[pyrve reHeTUYecKne BapuaHTbl YCOKHAIOT NOTEPHO Beca U CNocobCTBYIOT NOTEPU MbILLEYHOM Macchl U
APYrvX TKaHel opraHMsma.

3AKAKOYEHUE

Baw reHeTM4eCKuun BAPUAHT CHOCOGCTByeT nortepe MbILLEYHOM MACCHI
npu aAmete C orpadHn4eHnem KGAOpMﬁ.
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Pa3BepHyTbIi1 CMUCOK UCCNIEA0BAHHbIX rEHETUYECKUX MAPKEPOB U UX GYHKLMOHANIOM NO HaNpaBAEHUIO
npeacTaB/ieH B BuAe Tabnunupi

e

RS

feHomun

DyHKYuA

Uumepnpemayua

rs1042714

¢/G

bema-adpeHopeyenmop 2 muna.
Mpucymcmeyem Ha MemMbpaHax Kaemokx
2/1a0Kol MycKyAamypeol U 8 #UPOBbIX KAeMKaX.
Yuacmeyem 8 MobUAU3AYUU HUPA U3
HUPOBLIX KAMOK 8 0meem Hd 20PMOHbI
(adpeHanuH, HopadpeHaAnUH), cmumyaupyom
2/1UKO2EHO/U3 8 MeYeHU U 8b16pOC 2/1H0KO03bI 8
Kpo8b 071 80CMOMHEHUSA SHEp2emuYecKux
nompebHocmeli pabomel MbilWy,

®dakmop,
crnocobcmeyroujuli
b6onee akmugHol
nomepu moiuie4Hol
maccel rnpu
02paHUYeHUU Kasnopud.




NOBbLILUEHHAA MNOTPEBHOCTb B OMETA-3 -XUPHbIX KUCZTOTAX

H806XO,£I,MMOCTb NOoBbIWAaTb NOJINHEHACbIWEHHbIE XXUPbl 414 COXPaHEHNA 300P0BbA:

KoaddurumeHT reHeTUUeckoro pucka (% nrogeit ¢ takum K)

Baw K (58.7%) 1,3
MUHUMYM 1

Makcmmym 9

WHANBUAYAAbHBIE PEKOMEHAALUN

Mpu Bawem reHoTune notpebaeHne A0 1-2 r OMera-3 XUPHBIX KUCAOT B A€Hb OKQXET
BbIPAXKEHHbIN GAQronpUATHbIN 30 PEKT HO COCTOSIHUE CEPAEYHO-COCYAUCTON CUCTEMBI.

OnucaHue puUcka:

MoNnHeHacCbIWEHHbIE KUpbl aenatcs Ha Omera-6 u Omera-3. CoBpemeHHas AueTa BKAK4YaeT 6osbluoe
Konuyectso Omera-6 M HegoctatoyHoe Omera-3. OnTMManbHOE COOTHOLWeEHWe 4:1, a COBpPEeMEHHbIN
YyenoBekK nosyyaer us ametbl NpumepHo 20:1, TO ecTb B NATb pa3 MeHblwe Omera-3 KUPHbIX KUCAOT, YTO
Bbi3blBaeT AucbanaHC B OBMEHHbIX npoueccax M Npu onpeaenieHHOM FeHOTMNE MOMXET MNPUBECTU K
3abonesaHuam. Mpu coBpeMEHHOM TUME NUTaHUA N 06pase KM3HU B LEE/IOM BCEM MOJIE3HO YBE/NIMUYNBATL B
avete gonto Omera-3 no oTHoweHWo K Omera-6, NpMHUMaTL cneuunanbHble obaBku ¢ Omera-3 (pbibui
KUP, NbHAHOE MAC/0), HO NPU HaNMYMK ONpeaeneHHbIX reHETUYECKUX MapKepoB 3TO 0COBEHHO KPUTUYHO
AnA NPoPUNAKTUKN CepAEeYHO-COCYAMCTbIX, OHKONOrMYECKNX 3aboneBaHnn U meTaboIMYecKoro CMHAPOMA.

3AKAKOYEHUE

Mo pe3yAbTaTaM reHeTU4EeCKOro TecTta Heo06XOAMMOCTb NOBbLILLATD COoAepXaHue Omera-3
XUPHbIX KUCAOT B PALUOHE YMEPEHO Bbille CpeAHeHOHYASlLI.MOHHOﬁ.

Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUUECKMX MapKepoBs U UX GyHKLMOHANOM MO HanpaBaeHUIo
npepcrasneH B Buae Tabaunubi

ren RS Frenomun DyHKYUA Unmepnpemayus
ApoA5 rs662799 A/A AnonunonpomeuH A5. Bxooum 8 MompebHocme 8 Omeza-3
cocmas AunonpomMeuHo8 8bICOKOU | HUPHbIX KUCA0mMax
U 04eHb HU3Kol naomyocmu. nonyaAayUOHHAA.

Cmumynupyem pacrad #upos,
uHaubupyem cuHmes
mpuanuuepuoos 8 neyeHu.

ApoE rs429358, E3/E3 AnonunonpomeuH E. Yuacmeyem 8 | Bcmpeyaemcsa y 63% nroodeli.
rs7412 obmeHe nunudos 8 KPosu U 8 MompebHocmb 8 OMeza-3
o0bMeHe xonecmepuHa 8 Mo32e (U 8 | HUPHbIX KUC/0mMax
HeKkomopbix Opyaux op2aHax). nonynayuoHHas.
FTO rs9939609 T/A [eH, c8A3aHHbIU C OXUPEHUEM. MosbiweHa nompebHocmeo 8

Omeza-3 HUPHbIX KUC/IOMAX.
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PUCK OHKONTOTMYECKUX 3ABO/IEBAHUM KULLEYHUKA
NP HACTOM YNOTPEBNEHUN KAPEHOIO MACA

MH,D,MBM,D,yaIIbeIﬁ PUCK OHKO/1IOTUYECKUX 3a6o0n1eBaHU KMLLIEYHWKA npun 4aCtom ynOTpE6J’IEHMM KapeHoro
mAca:

KoaddpuumeHT reHeTnUecKoro pucka (% nogei ¢ Takum K)

Baw K (66.4%)
MuHUMyMm

MaKkcumym

WHANBUAYAAbHBIE PEKOMEHAALUN

MoTpebAaeHne A0 2-3 nopuMh MACA CAABON U CPEeAHEN NPOXAPKK B HEAEAIO
He NOBbILLAEeT PUCK OHKOAOTUM.

OnucaHue pucka:

Pak TONCTOro KWweYyHMKa BXOAWUT B TOM 5 camblXx 4acTblX OHKOOMMA BO Bcem mupe. Ero
BO3HWKHOBEHME 3aBUCUT KaK OT reHeTU4eckmx GakTopoB, Tak M 0T 06pasa *KM3HM U XapaKTepa NUTaHMA U
Ha/IM4YMA BOCNaNUTENbHbIX 3a60/1€BaHUI KMULLEYHMKA.

Mpy NPUroTOBNEHMM KPACHOTO MACa NPW BbICOKOM TemnepaTtype o6pasyloTcs npe-KaHLEepOoreHHble
BELL,ECTBA - NONMUMKINYECKME apoMaTUieckme rugpokapboHatsl (PAH) 1 reTepoumkamyeckme amuHbl (HCA).

HCA ob6pa3ytotcs npu HarpeBaHMM OenKoB MAca M MX KOAMYECTBO MPAMO MNPONOPLMOHaNbHO
TemrnepaType M BPeMeHW NPUroToBaeHUs, Toraa Kak PAH obpasytoTca npyu NMposanse KMpoB, BO Bpems
KOMYEeHMA MSACA, KapKe Ha yrasax, dnrambuposaHum. AbcopbuposaHHbie HCA 1 PAH metaboansmnpytotca B
NeyvyeHn, a TaKKe YaCTUYHO TPAHCMOPTUPYHOTCA B KULIEYHMUK C KeJTYb0 M MOTYT JIOKA/IbHO aKTUBUPOBATbLCA.
Bosblwaa 4acTb XMMWYECKUX MPOKAHLEPOreHOB B HAllem OpraHM3Me HyxKAaatoTca B HGuosormyeckon
aKTMBALMM, NOCAE Yero oHM moryT cBAsbiBaTbca ¢ IHK 1 o6pasosbiBaTh AHK-aaayKTbl, YTO M NPUBOAUT K
KaHLeporeHesy.

depmeHTbl nepBoit ¢asbl AETOKCMKAUMM KCeHOBMOTUKOB (cucTema umtoxpoma P450 - CYPs)
AKTMBMPYIOT ~ MPOKaHLEeporeHbl B  KaHUeporeHbl, Torga Kak  depmeHTbl  BTOpoM  dasbl
(rnoTaTMoHTpaHcdepasbl  cynbdoTpaHcdepasbl M T.M.) CBA3LIBAOT aKTMBHbIE  KAHLLEPOreHbl U
NPenAaTCTBYIOT MX NaTosiormyeckomy Bo3genctemio Ha [JHK, npepoTtepaliaa KaHueporeHes. [lpu
reHeTMYecku OoOYCNOBNEHHOM MOBbILEHHOW aAKTUBHOCTM (EpPMeHTOB nepBoi ¢asbl M CHUNKEHMUSA
AKTUBHOCTU depMeHTOB BTOPOMN $asbl AETOKCMKALMW YBEIMUMBAETCA BPEMA AENCTBMA KAHLLEPOreHos B
OpraHM3Me W COOTBETCTBEHHO PUCK OHKOIOMMW, TAaKMM NaLMeHTaM OCOBEHHO MOKa3aHO OrpaHWYMBaTb
notpebieHne XOpoLIO NPOXKAPEHHOFO MACA.

B KaHagckom uccnepoBaHun 1000 60/bHbIX pakom KuweyHuka u 2000 380p0BbIX /ML, MOKa3aHa
CBA3b Mexay noTpebseHMemM XOpPOLIO MPOXKAPEHHOro KpacHoro msaca 6onee 5 pa3 B Heaento U pakom
KuweyHuKa. [MMpu 3tom 3ddekT 3aBucen 0T NONAMMOPPHbBIX BapUAHTOB FEHOB AETOKCMKALMU
KceHobuoTukos CYP1B1 n SULT1AL.

B uccnepgoBaHmm naumeHtoB CLUA nokasaHo yBennyeHue B 1,8 pasa puMcKka paka NpAMON KULLKK Y
HocuTenei HebnaronpuaTHoro BapmaHTa reHa CYP1A2 npu notpebaeHne NpoXKapeHHOro KpacHoro msaca
6onee 3 pas B Hegento.

3AKAKOYEHUE
CpeAHsis CKOPOCTb METAGOAM3IMA NPOKAHLLEPOrEeHOB, 06PA3YIOLLLMXCS NPU XAPKe MACa.
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 Pa3BepHyTblii CNUCOK UCCNEA0BAHHbBIX FEHETUYECKMX MapKePoB M UX GpYHKLMOHANOM NO HanpaB/ieHUIo
npeacTaB/ieH B BuAe Tabnunupi

e

RS

FeHomun

dyHKYuA

NHmepnpemayusa

CYP1B1 rs1056836 | G/G Humoxpom 1B1, HopmanbHas akmusHocme hepmeHma.
yyacmesyem 8 He sblasneHo gpakmopa pucka (
memabonusme cmepoudos, | OHKO/102U4eCKUX Mpoyeccos npu
JYUPHbIX Kucaom, 17-8 yrnompebaeHuu #apeHo20 msAca.
acmpaduon, [1AY.

SULT1A1 | rs9282861 | C/T CynspompaHcgpepasa 1A1 dakmop pucka oHKonozauu KT npu
yyacmeyem 8 yrnompebaeHuu #apeHo2o mAaca.
memabonusme 20pPMOHOS, CHUMCeHHaA aKMuU8HOCMb (hepmeHma.
HelipompaHcmummepos, HenamenbHo o2paHUYUMb: HapeHoe
N1EKAPCMBEHHbIX MACo, mabayHbIli ObiM.
npenapamos u
KceHobuomukos.

CYP1A2 | rs2069514, | A/A Memabonuzm CpedHsas akmusHocmeo ghepmeHma. He

rs762551 KceHobuomukos. 8bIAB/1EHO (hAKMOPa PUCKA OHKOM02UU

Memabonu3m KogeuHa.

HKT, npu ynompebaeHuu »apeHo20
mAca.




HEMEPEHOCUMOCTb NMIOTEHA. TEHETUYECKAA NPEAPACNONOXEHHOCTb
K UEJTUAKUN

PUCK NULLLEeBOI HEMNEPEHOCMMOCTU FtoTeHa (LennaKkmm):

KoadduumeHT reHeTuUecKoro pucka (% nogei ¢ Takum K)

Baw K (80.0%)
MuHUMym

Makcumym

2 2,5 3 3,5

WHANBUAYAABHBIE PEKOMEHAALNN

He BbISBA@HO reHeTU4EeCKMU O6YCAOBAeHHOﬁ HOTpesHOCTM B OrpaHHU4YeHUun
FTAIOTEHCOAEPXKALLUX MPOAYKTOB.

OnucaHue pucka:

Lenvakma — XpOHWYECKoe reHeTu4yeckn obycnoBieHHoe 3abosieBaHne XKenyao4yHO-KULEYHOro
TpaKTa, XapakTepusylolieecs HenepeHOCUMMOCTblO TrAtoTeHa (6enoK, cofepawmiica B 3/1aKOBbIX
pacTeHUsaX: MLWEHNLA, POXKb, OBEC, AYMEHb). [puM AaHHOM 3aboneBaHUM BO3HMKAET HapylleHue
NULLEBAPEHMA, BbI3BaHHOE MOBPEXAEHMEM BOPCMHOK TOHKOW  KULWKM  FAloTeHom.  Llennakus
COMpPOBOXKAAETCA BOCMA/IEHMEM TOHKOIO KULLEYHMKA M CBA3AHHbIM C HUM CUMHAPOMOM Masbabcopbumm
(cHM»KeHMA cnocoBHOCTM TOHKOTO KMLLIEYHMKA BCacbIBaTb NUTaTe/IbHbIE BELLECTBA).

MPUYNHOIN LENMaKMM SBNAETCA ayTOMMMYHHOE MOPa*KEHWUE C/AU3UCTON OBO0NIOUYKM TOHKOWN KULLKW.
HepaBHWe nccnenoBaHWs YCTAaHOBUAM, YTO NATOIOTMYECKUI MMMYHHbIA OTBET BO3HWKAET Yy NALMEHTOB,
MMEIOLLNX onpeaeneHHble BapWaHTbl reHoB cuctembl HLA. B 6ONbLIMHCTBE C/y4aeB MauMeHTbl C
uenvakmen nmetoT rannotnn DQ2.5, DQ2.2, a TaKKe UX coyeTaHuA ¢ BapmaHTom DQS.

Lilennakma BbI3bIBaeT psf, CUMNTOMOB, KaK «MPUBA3AHHbBIX» K XKeayA04YHO-KUWEYHOMY TPaKTy, TaK U
b6onee ob6WMX. TUMUUYHBIMKU NPU3HAKAMWU LLEIMAKUK ABNAIOTCA: Anapes, 60o/bluoe KO/IMYECTBO KUpa B
Kane, B3ayTue KMBOTa U 60K, NoTeps Beca, aHemua (MasoKpoBME), MbilleYHaa cnabocTb, HapyLUEeHUs
cBepTbiBaeMocTu KpoBu. CobntoaeHne pekoMeHAauuin no NUTAHWUIO, B CAy4vyae BbIABAEHUS LEIUaAKUM,
NO3BONSAET 3HAYNTEIbHO Y/IYUYLINTb COCTOAHME NALMEHTa.

3AKAKOYEHUE

Mo paccmaTpuBaemMbiM reHETUHECKUM NPEAUKTOPAM Y NALUEHTA HE BbISSBA€HO F€eHOTUNA,
CBA3AHHOIo C HeNnepeHOCMMOCTbIO TAIOTEHA U LeAuakuem.

Pa3BepHyTbIii CNMCOK UCCNEeA,0BaHHbBIX FEHETUYECKMX MAaPKepOoB U UX GYHKLMOHANIOM MO HanpaB/eHUIo
npeacrasneH B BUAeE Tabaunupbl

ren RS reHomun DyHKYUA Uumepnpemayusa
HLA-DQB HLA-DQB1 DQX/DQX | ®akmop pucka He sbiasneHo eannomuna HLADQB,
2/110meHo80l CBA3AHHO20 C HerepeHoCUMOCMbo
3HMeponamuu. 2/1lomeHa.
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HACKO/J1IbKO BAM HEOBXOAUMO OrPAHUYNBATDb NOTPEB/IEHUE
NOBAPEHHOM CONMN?

MH,D,MBM,D,yaIIbHaﬂ ﬂOTpe6HOCTb B OrpaHn4eHunn nosapeHHoﬁ conwn:

KoadduumeHT reHeTUecKoro pucka (% nogei ¢ Takum K)

Baw K (56.6%) 1
MuHUMym 1
Makcumym 2,1
0 05 ' 15 2 25

WHAUBUAYAAbHBIE PEKOMEHAALNU
CTAHAAQPTHbIE PEKOMEHAALLMU MO YPOBHIO NOTPEBAEHUA COAU AO 6-7 T B AEHb.

OnucaHue puUcka:

B opraHu3me u4esnoBeKa HATPWUIA y4acTBYeT B COKPALLEHUM MbIWL, B TOM 4uCae cepaua,
NnepucTanbTUKe KULLIEYHMKA M Nepesaye CUrHA/I0B HEPBHbIMM KneTKaMu. bosbluas YacTb COM BbIBOAUTCA
M3 opraHmama ¢ notom. Conb TaKKe BbIBOAWUTCA C MOYOW, NMpUYEM MOYKM CTPOro NOAAEPKMBAIOT
CofeprKaHWe CoM B OpraHM3me Ha Hy*KHOM ypoBHe. [loTepu conm AO/IKHbI BOCMONHATHCA. XpOHMYecKas
HexBaTKa CO/IM COMPOBOXAAEeTCA NOoTepeill Beca M anneTuTa, BANOCTbIO, TOWHOTOM W MbILLIEYHbBIMU
cypoporamu. C Apyroii CTOPOHbI, M3BbITOK HaTpMA B MULLE MOXKET ObITb Npeapacnosaraiolmm GakTopom
AN1A Pa3BUTUA apTepuasbHON rTMNePTOHUN U 3aboneBaHuUli cepaLa, NeYeHn 1 noyek. B cpegHem yenoBek
notpebnseT 8r conn B AeHb, C Y4ETOM CO/N, COAEPNKALLENCS B FOTOBbIX MPOAYKTax M nonydpabpuKarax.
MN36bITOYHOE ynoTpebaeHne conu NpUBOAUT K 3a4ePKKE XKUAKOCTU B OpraHM3mMe, OTEYHbIM AIBIEHUAM U
B/IUAET HAa Maccy Tefa U PUCK FTMNepTOHNYECKOM 6onesHu.

Conb, copeprkalianca B rotoBblx npoaykTax: Ha 100 rpammoB 6eKOHa M MOMKOPHaA, NMPUXOANUTCS
npumepHo 1,5 r conn, 100 r TBepaoro coipa - 0,6 r conun, 100 r - kapeHoro Kaptodens - 0,9 r conn, 100 r
nweHun4yHoro xneba - 0,25 .

3AKAKOYEHUE
CpeAHenonyALMOHHAS NOTPEOHOCTb B OFPAHUYEHUU COAM.
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d SBepHyTblﬁ CMUCOK UCCNeA0BaHHbIX FTEHETUYECKMX MAaPKepoB U UX PYHKLLMOHAZIOM MO HanpaB/EHUIO

npeacTaB/ieH B BuAe Tabnunupi

e RS FeHomun

DyHKYuA

NHumepnpemayusa

A/A

AH2UOMEH3UH,
peaynupyem
apmepuanbHoe
dasneHue u 6aaaHc
371eKMpoaumos.

3awumHelili 8apuaHmM 8 omHoWweHuUu
conb4yyscmeumesbHol
aunepmoHuy4ecKoli 6os1e3Hu.

rs4646994

Kamanusupyem
pacwernneHue
aHauomeH3uHa | 6o
aHauomeH3uHa Il.

3awumHolili a¢hgpekm 8 omHoweHuUU
conb4yscmaumessHol
eunepmoHu4eckoli 6ose3Hu. Boiwe
8epoAMHOCMb 001204 UMesbemaa.
FeHomun accoyuuposaH ¢
8bIHOC/IUBOCMbIO 8 CITOPpME.




PUCK CHUXKEHUA CKOPOCTU METABO/IUSMA KOPEUHA

PUCK HexXenaTe/ibHbIX CePAEYHO-COCYANCTBIX peakumin npu ynotpebneHmm kode:

KoaddpuumeHT reHeTuUecKoro pucka (% nrogei ¢ Takum K)

Baw K (28.0%)
MuHUMYM

Makcmym

WHANBUAYAABHBIE PEKOMEHAALNUN

PekomeHaaumn no Bawemy reHotuny. Mpu Bawem reHoTune HeoOGXoAMMO
OrPaHMYMBATbL ynoTpebAaeHue kodpe. CTapanTecb He YNOTPeOGAATb Kpenkuu
Kodbe, XeAaTeAbHO pPA3BABAATb MOAOKOM MAM BOAOM, O TAKXKE >XEAATEAbHO
BbINMBATbL HE MeHee 0,5 AUTPa YUCTOU NUTLEBOMW BOAbI B TEYEHUU HACA MOCAE
BbinuTOro Kodcpe. YnorpebaeHue 6Goaee 1 4aAwKUM Kodpe B AEHb SIBASETCHA
cbakTopom pUCKa cepAEHHO-COCYAUCTLIX 3a60AeBaHMA NpU Bawiem reHoTune.
Ecau Bbl GoAbION AOGUTEAD KOPEe UM BaM CAOXHO oTKasatbcs OT Kodbe,
cTapanTtecb 6GoAbwie YNnoTpPeOAATbL CAEAyloWMe NPOAYKTbl: OGPOKKOAM,
OplocceAbckas KanycTa, 3XMHALEeA, TAK KOK OHMU ABAAIOTCA €CTEeCTBEHHbIMMU
CTUMYATOPAMU paboTbl cpepmeHTa, MmeTaboAusupyouwLero kocdeuH. Apyrme
reHeTU4eCkMe U HereHeTudHeckue PaKTOpbl MOTyT BAUSATb HQ 6E30MACHOCTb
notpebAeHusa kodpe. AA YTOYHEHUSA NMPOKOHCYAbTUPYUTECH C Bawwumm Bpayom.

OnucaHue puUcka:

KodenH — oAMH M3 aKTUBHbIX KOMMOHEHTOB, coAep:Kalumxcs B Kode, obnasaer BblpaxKeHHbIM
TOHM3UpYLOWUM 3pdeKToM M Heobxogum MHOrMM M3 Hac no ytpam. Kode KpaTKoBpemeHHO yaydyliaet
BHMMaHWe, YAy4yllaeT CNocOBHOCTb  KOHLEHTPMPOBATbCA, OCOOEHHO KOrAa 4YenoBeK  YTOMJIEH.
CuctemaTmyeckoe ynotpebaeHume kode cnocobHO yayULLINTb YYBCTBUTENIbHOCTb K MHCY/IMHY U CHU3UTb PUCK
pa3BUTMA caxapHoro anabeta 2 TMna. ECTb AaHHbIe 0 TOM, YTO KOde 3HAUUTENbHO CHUMKAET PUCK Pa3BUTUA
LUMppo3a neveHn. YnotpebneHre Kode MOXKET CHUMXKATb PUCK PA3BUTUA paka MOIOYHOWM Kenesbl.

K HerkenatenbHbIM 3pdeKkTam KodenHa OTHOCAT ero cnOoCOHBHOCTb BIMATL HA KOIMYECTBO CepAeYHbIX
COKpALLEHMI (MOMKeT BbI3BaTb TaxMKapAMio) U ero cocyfocyxusawowmii adpdekt. KopenH crnocobeH
BbIBOAMWTb Ka/bLMI U3 KOCTeN. [pKn BbICOKOM YpOBHe noTpebnieHns Kodpe cnesyet o6paTTb BHUMAHWME HA
NnpoAyKTbl boraTble Kanbuuem (Cblp, TBOPOF, BPOKKOAN, UHKUP, GUCTALLKKU, MUHAAb, MaK, KYHXKYT). Kode
COAEPHKUT AyOUNbHbIE BELLECTBA, MO3TOMY HE PEKOMEHAYETCA ero ynoTpebasTb HATOWaAK, NpU A3BEHHOM
6071€3HM N 0BOCTPEHUN XPOHMYECKOTO racTpuTa. M3bbITo4HOE noTpebreHne Kode TakKe MOXKeT ObiTb
NnpUYMHOM arapen, 6eccoHHULbI, ronoBHoM 6oau. Kode He KenaTenbHo ynotpebnate npu nogarpe. Kode
He peKomeHA0BaHO BepeMeHHbIM, TaK Kak KodenH NPoXoauT Yepes NaaLeHTapHbIM 6apbep M BAUAET HA
CEpPAEYHO-COCYANCTYIO CUCTEMY NI0AA.

lfeH CyplA2 nmeeT 3 pasHbIX BapuaHTa (annensn), cBA3aHHbIX CO CKOPOCTblO meTabonnama Kode:
«F» — BbICTPbIA «A» — MPOMEKYTOUHbIN, «C» — MeA/ieHHbIN. Y Ka)KA0ro YenoBeKa reHbl NpeacraBieHbl
ABYMA KOMUAMM, YHACNeL0BaHHbIMW OT OTL,A U MaTepu.
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e

~ 3AKAIOYEHME

3aMeAAEHHbI MeTABOAU3M KODEUHA.

Pa3BepHyTbIi1 CMUCOK MCCNeA0BaHHbIX FeHETUYECKMX MAapKePOB M UX GYHKLIMOHANIOM MO HanNpaBAeHUIO '
s
npeacras/ieH B BUae Tabanubl

ren RS renomun DyHKYUA NHumepnpemayusa

CYP1A2 rs2069514, A/A Memabonuszm Takol eeHomun ecmpeyaemcs y 28%
rs762551 KceHobuomukos. ntodeli. CpedHuli Memaboau3m KogeuH
Memabonusm KogpeuHa. | PeKomeHO0B8AHHbIU pexcum
yriompebnaeHue: He bosee 1 yawkKu Kogpe
8 0eHb (00 300Me KogheuHa 8 OeHb).




PUCK CHUKEHUA CKOPOCTU METABOJIU3MA AZTIKOIrona

PUCK CHMXKeHuA CKOpOCTH meTabonmnsma ankorons:

KoadpuumeHT reHeTUUecKoro pucka (% nogei ¢ Takum K)

Baw K (93.1%) 1
MuHUMym 1
MaKkcumym 3
o o5 1 15 2 25 3 35

WHANBUAYAAbHBIE PEKOMEHAALUN

CKAOHHOCTb K MEHbLUEN BbIPAXEHHOCTU HENPUATHbIX CUMIMTOMOB MNpU
ynoTpebAeHUU AAKOTOASl — OTCYTCTBME 3CALWLMTHOro 3chdhekTa B OTHOLUEHUMU
HOPMUPOBAHUA AAKOFOAbBHOM 3ABUCHMMOCTU. B cAyqae hopMUpPOBAHUS
OAKOTOABHOM 30BMCMMOCTH, YBEAMYUBAETCA KOAUYECTBO noTpebAasemoro
3TAHOAQ, C KOTOPbIM HE CHNpPABAAIOTCA AQXE ONTUMAAbHO pabGoTalouime
depMeHTbl, YTO MNPUBOAUT K NATOAOTMHECKMM MNOCAEACTBUAM (OHKOAOIMUM,
NOBPEXAEHHUIO NEYEHU U MO3ra).

OnucaHue puUcka:

YnoTpebneHve ankorona MOXET TMNPUBOAUTL K MOBPEXAEHUID MNeYeHW U APYrUM  TAMKEebIM
PaccTpOMCTBAM, O4HAKO MX BbIPAKEHHOCTb OT/IMYAETCA Y PasHbIX AoAeN, ynoTpebasowmx asakoroab B
COMOCTAaBMMbIX KOJIMYECTBAX.

3Ta M3MEHYMBOCTb MOXeT OblTb CBfi3aHA C pPa3HOW aKTUBHOCTbIO B paboTe ¢epmeHTOoB,
MeTaboNU3MPYIOLLMX aNKOrOb: 3TO aNKoronb-gernaporeHasa (ADH1B) n aueTanbaerva-gernaporeHasa
(ALDH). Ankoronb-germaporeHasa nepeBoAUT 3TaHOA B alUeTaNbAerui, KOTOpbld C MOMOLLbIO
aueTanbaerna-AernaporeHasbl NepexoauT B YKCYCHYIO KUCNOTY. AueTanbaerna - TOKCMYHOEe BeLLecTBO,
MMEHHO BbICOKME KOHLEHTpauMu aueTanbAernga npuBOAAT KO BCEBO3MOMKHbIM  HEMPUATHLIM
nocneAcTBuAM nocse ynoTpebaeHusa ankorons - UHTOKCUKaLMK, roN0BHOM 60K, TOLWHOTbLI, MOBPEXKAEHUA
neyeHn 1 ApyrMx OpraHos.

BpoxkaeHHasa HenepeHOCMMOCTb asIKOroNA B IMTepaType onucaHa Kak Asian Flush-cuHapom, Tak Kak Yawe
BCTPEYaeTca y a3naToB, OAHAKO B bonee peakux Cayyasx - Uy eBponenues, CBA3aHa C reHeTUYecKu
obycnosneHHbiMm geduumtom depmeHTa, nepepabaTbiBatowero anbaerng - ALDH. TlMpuem paxe
HeboNMbWNX [03 a/ZKoroffA Yy 3TUX JIl0AEN CONPOBOXMAAETCA MOKPACHEHMEM KOXMU /nLa U BeEpXHeN
NMOMIOBUHbI Tena, 3yAOM, Kalljem, TO/0BOKPYXEHMEM TOLHOTOMW M y4yalleHHbIM cepauebueHvem.
Anbaerng obnafaeT TaKKe KaHLeporeHHbiM geicteumem. Yenosek ¢ geduumtom ALDH, KoTopbliit
BbINMMBAET KaxKAbl AeHb 2 OyTbinkM nmea, mmeeT B 10 pa3 6osiee BbICOKMA PUCK Pa3BUTUA paka
nuuLeBoaa, U APYrnx OTAENO0B XKeNyAOYHO-KULIEYHOrO TPaKTa, YeM YEe/I0BEK, BbIMUBAOLWMI CTONIbKO Xe
aNKorons, HO ¢c HopmasibHoW paboToi pepmeHTa ALDH.
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HakonneHue aueTanbaernaa TakKe MOXKET NPOUCXOANUTb MPU YCKOPEHHOW paboTe depmeHTa ankorosb-
pernaporeHasbl (ADH1B), KoTopbili NepeBoAMT 3TaHOA B aLleTanbaerns,

3ameyeHo, YTO /AW, MMEIOLLME BblpPaXKEHHbIE TOKCUYECKME PeaKkuuu npu ynoTpebneHun ankorons,
perke MMeIT NPUCTPACTME K HEMY, TOTAA KaK NtoaM, Y KOTopbix GepmMeHTbl, nepeBapuBatoLLne ankorosb,
paboTaloT ONTUMaNbHO, UMetoT B0/blUe LAHCOB BO3HUKHOBEHMUSA a/IKOT0/1bHOM 3aBUCUMOCTHU.

BblpaKeHHOCTb aNKOro/IbHON MHTOKCUKALMKM TaK»Ke 3aBMCUT OT Apyrux GakTopoB: MoJj, BO3pacT, mMacca
Tena, conyTcTaylolLmMe 3a601eBaHmMsA, CTaTyC MHOULMPOBAHNA BUPYCHbIMM renaTtutaMmm 1 ap.

3AKAIOYEHUE

Takoe co4yeTaHue reHoB He NMPUBOAMUT K NOBbILUEHHOMY HOKOMAEHUIO AUeTAAbAEIMAQ.
OTUAOBbIM CNUMPT NOCTENEHHO MeTABOAM3MPYETCS AO ALLETAABAETMAQ,
npu 3TOM ALLeTAAbAETMA GbICTPO 06e3BpeXxuBaeTcs. YNnotpebAeHUne AAKOroAs Nnpu AGHHOM
reHoTMne B MEeHbLLEN CTENEHU NMPUBOAUT K UHTOKCUKALLMU, YEM NPU APYTUX FTEHOTUNAX.

Pa3BepHYTbIN CMUCOK UCCNEeO0BaHHbIX FEHETUYECKMX MapKepoB U X GYHKLMOHAZIOM MO Hanpas/IeHUIo
npeacTassieH B Buae tabaunupbl

ren RS reHomun DyHKyusa Unmepnpemayus
ADH1B rs1229984 c/C lMepesodum smaHon 8 MonynayuoHHsIl eapuaHm. Haubonee
auemasnsoeaud. yacmell eapuaHm. 3muaossili criupm

nocmeneHHo memabosusupyemcs 00
auemansoeauoa, meodsaeHHee
803HUKAEM UHMOKCUKAUUA npu
yrnompebaeHuu crnupmocooepraujux
HaNnuUMKos.

ALDH2 rs671 G/G ObesspexcusaHue HopmansHas paboma ¢hepmeHma.
auemarnsoeauoa.
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METABO/IU3M BUTAMUHA A

MH,D,MBM,D,yaIIbHaﬂ reHeTn4yecKas ﬂOTpe6HOCTb B BUTaMUHe A:

CTAHAOPTHO PEKOMEHAYEMYIO CYTOYHYIO AO3Y,

Baw K (58.6%)

KoadpuumeHT reHeTuUecKoro pucka (% nogei ¢ Takum K)

BO3pPACTY.

OnucaHue puUcka:

MuHUMym
MaKkcumym 1,82
o 0,5 1 1,5 2
WHANBUAYAAbBHBIE PEKOMEHAALIUU
UHAMBUAYQAABHOS HopMda n0Tpe6Ae|-|m| BUTAMUHA A COCTABASAET

COOTBeTCTBEHHO TMNMOAY M

ButamuH A (peTMHOA) — 3TO KMPOPACTBOPUMbIN BUTAMMH, aHTUOKCUAAHT. Heobxoamm ans 3peHus u
KOCTEW, a TaKKe 340P0BbA KOXM, BONOC M HOPMAbHOM paboTbl UMMYHHOM CUCTEMBI, PENPOAYKTUBHOM
bYHKLMKN 1 perynaumm aKkcnpeccum (akTMBHOCTU) reHOB.
3HauUTeNIbHAA YacTb BUTaMUHA A B OpraHM3me CUHTE3NpYyeTcs U3 6eTa-KapoTMHA - HYTPUEHTA, KOTOPbIN
COAEPKNUTCA B HEKOTOPbLIX MPOAYKTAX MUTAHUA PACTUTENIbHOTO NMPOUCXOXKAEHWSA, TAKMX KaK TbIKBa,
MOPKOBb. B xoae reHeTuyYecknx nccnegoBaHuin 6bino o6HapyKeHOo, YTO CMHTEe3 BUTaMMHA A u3 beTa-
KapOTUHA HapyLUEH Y 1L, ABAAOLWMXCA HOCUTENAMM onpeaeneHHbIX BapuaHTos reHa BCMO,
COOTBETCTBEHHO MM TpebyeTcs 6osbllee KOMYECTBO NPOAYKTOB B PALMOHE, COAEPKALLUX BUT A,

B cpesHem cyTouHaa Hopma coctassfeT oT 400 go 900MKr, ToKcuyecknin apdeKkT npu notpebaeHnn 6onee
3000MKr B A€HDb.

Pa3BepHYTbIi CNUCOK UCCNEeA0BaHHbIX FEHETUUECKMX MapKepoB U UX GyHKLMOHANOM MO HanpaBaAeHUIo
npepacrasneH B Buae Tabaunubi

ren RS renomun DyHKYUA Uumepnpemayusa
BCMO1 rs12934922 | A/A depmeHm 8-KapomuH- MonynayuoHHeIlG sapuaHm.
MOHOOKCU2€eHA3a, Kamasu3supyem
pacuenneHue 6ema-KapomuHa,
nony4yaemoeo c nuweli 00 pemuHona.
BCMO1 rs7501331 c/C depmeHm 8-KapomuH- MonynayuoHHeIlG sapuaHm.

MOHOOKCUeceHa3a, Kamasausupyem
pacuwernseHue 6€mG-KGp0mUHG,

nosny4yaemoeo c nuweli 0o pemuHona.

76




METABO/IU3M BUTAMMUHA B:

MH,D,MBM,D,yaIIbHaﬂ reHeTn4yecKas ﬂOTpe6HOCTb B BUTaMUHe B;:

KoaddpurumeHT reHeTuueckoro pucka (% nrogeii c Takum K)

Baw K (45.0%)
MuHUMyMm

MaKkcumym 1,84

o 0,5 1 15 2

WHANBUAYAAbHBIE PEKOMEHAALNUN

MHAMBMAYOAbHQSS HOpMa noTpebaeHuMs BUTAMMHA B2 cooTBeTcTByeT
CTAHAGPTHbIM PEKOMEHAYEMBbIM CYTOYHbIM AO30M AASl COOTBETCTBYIOLLETO
NoAQ U BO3pacCTd.

OnucaHue puUcKa:

ButamuH B, MMeeT OTHOLLEHME KO MHOTMM acnektam metabosinsma, ycKkopsaeT npoueccbl obmeHa
BELLLECTB B OpraHM3me, y4acteys B MeTabonnsme 6e1KoB, }KUPOB U Yr1eBOA0B.

YcKopseT nepesos BUTamMHa B6 B ero aktueHyio ¢opmy, Heobxogum Ans cuHTe3a BMTamuHa PP u3
TpuntodaHa. BanseT Ha MMMYHHYIO M KPOBETBOPHYID CUCTeMbl, 06/1erdaet MOrnoWeHMe KUCAopoaa
KNETKaMM KOKM, HOITel 1 BONOC.

OH YAY4LlAeT COCTOAHME OpraHa 3peHus, NPUHUMAA, HapAgy C BUTaMMHOM A, yyacTue B npoueccax
TEeMHOBOM aganTaunn, CHMXKaEeT YCTasIoCTb rna3 n urpaet 6OJ'IbLUYPO ponb B NpeaoTBpallleHNUN KaTapPaKThbl.
PM60¢I’IaBMH cBOAUT K MUHUMYMY HETFATUBHOE BO3AeV1CTBMe Pa3/INYHbIX TOKCMHOB Ha AblXaTe/ibHblE NYTU.

Cpep,HecyTquoe n0Tpe6neHme pekomeHa0BaHO OT 0,5 po 2 mMr B [AeHb, TOKCMYECKME [03bl He
onpeaeneHbl, Tak Kak HET AaHHbIX MO MHTOKCUKaLUNn pM60¢ﬂaBMHOM.

Oednumnt BuTaMmHa By: aHryAspHbIA CTOMAaTUT, BOCKYISpM3auma Porosuubl, GakTop pucKa KaTapaKTbl
XpyCTanunka rnasa, 6eccoHHMLa, 3aMe/1IeHHasA YMCTBEHHan peakLms.

3AKAKOYEHUE
CpeaAHenonyASLMOHHAS NOTPEOHOCTb.
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BepHyTblﬁ CMUCOK UccnegoBaHHbIX reHETUYECKUX MAPKepoB U nx d)YHKUMOHaIIOM no Hanpas/ieHUto

npeacTaB/ieH B BuAe Tabnunupi

>
)

y

e RS feHomun

DyHKYuA

Uumepnpemayusa

MTHFR rs1801133 | G/G

06pazyem akmusHyo hopmy
¢onuesoli Kucnomel,
Heobxodumyto 0015
pememusuposaHus
2omouyucmeuHa u opyaux

mosneKysn, 8 yacmHocmu, [HK.

MonynayuoHHbIl eapuaHm.

-
¢
-

@
*
*

rs1801131

0Obpazyem akmusHyo hopmy
onuesoli Kuciomel,
Heobxodumyto 0015
pememusnuposaHus
2o0MoyucmeuHa u opyaux

moneKysn, 8 yacmHocmu, [HK.

MonynayuoHHeIl sapuaHm.




METABO/IU3M BUTAMMUHA Be

MH,D,MBM,D,yaIIbHaﬂ reHeTn4yeckas I'IOTpe6HOCTb B BUTaMuHe B6:

KoaddpurumeHT reHeTuueckoro pucka (% niogeii c Takum K)

Baw K (77.5%)
MuHUMym

MaKcumym

o 0,2 0,4 0,6 0,8 1 1,2 1,4 1,6

WHANBUAYAAbHBIE PEKOMEHAALUN

MHAMBUAYQABHOSS HOPMA n0Tpe6AeHm| BUTOMUHO Bs cooTBeTCTBYyeT

CTAOHAQPTHBIM PEKOMEHAYEMbIM CYTOYHbIM AO30OM AAS COOTBETCTBYIOLLLETO
NOAQ M BO3PACTA.

OnucaHue pucka:

ButammH Be - NMUPUOOKCMH - y4yacTBYeT B CMHTE3e BELLEeCTB, HEOOXOAMMbIX A8 HOPMAIbHOro
OYHKUMOHMPOBAHUA LEHTPaNbHOM U  Nepudepuyeckor HEepPBHOM CUCTEMbI - HEMPOMeaMaTOpPOB.
HeobxoamMm ana cuHTesa 6enkos, ¢pepmeHTOB, remornobuHa, npocrarnaHAMHOB, Ans meTabonmsma
CEPOTOHMHA, KaTeXONAMWUHOB, FYyTaMUHOBOW Kncnotbl, FAMK, ructammHa. YaydwaeTt AMnuaHblii obmeH,
CHUYKAEeT YPOBEHb XOJIeCTEPUHA U IMMUAOB B KPOBM, Y/y4LLAeT COKPAaTUMOCTb MMOKapAa, cnocobeTeyeT
npespaLLeHnto GoMeBol KMCAOTbI B ee aKTUBHYIO GopmMy, HeOBXoAUM A8 YyTUAN3ALMU TOMOLMCTENHA.
ButammH Be TepseTca npu TennoBol obpaboTke (B cpegHem 20-35%). Mpu NpUTroTOBAEHUN MYKMU
TepsaetcAa fo 80% NMpUAOKCUHA. Mpy 3aMOpaxkMBaHUM U XPaHEHUU B 3aMOPOXKEHHOM COCTOAHUU €ero
noTepu He3HaYUTE/bHbI.

CyTouHas noTtpebHocTb coctasnset ot 0,3 A0 2 mr, ToKcuyeckana aosa — 100 mr.

MN36bITOK BUTaMMHa B6: nepudepuyeckas Heliponatma (OHeEmMeHME W OLLyLLEHME MOKaNblBAHWUA B

obnactu PYK U HOTI, @ TaKXe notepAa 4yBCTBUTE/NIbHOCTU B 3TUX Ke o6nacmx), anneprnyeckmne peakumnm B
Bnae KpanmBHULUbI.

3AKAKOYEHUE
CpeAHenonyASLLMOHHAS NOTPEOHOCTb.

Pa3BepHyTbIii CMMCOK UCCNEe0BaHHbBIX FEeHETUYECKMX MAaPKepPOoB U UX GYHKLMOHANIOM NO HanpaB/eHUIo
npeacrasneH B BUAeE Tabanupbl

ren RS Frenomun DyHKYuA Unmepnpemayus
ALPL rs4654748 c/T LLlenoyHas poccpamasza, | PAKMoOp PUCKA CHUMCEHUS YPOBHS
HecreyuguyHas. sumamuHa B6 8 Kposu.
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METABO/IU3M BUTAMMUHA By

NHanBmayanbHaa reHeTnyeckaa notTpebHocTb B BUTaMMHe Bo:

KoadduumeHT reHeTuUeckoro pucka (% nrogeit c takum K)

Baw K (30.6%) ,43
MUHUMYM ,9
Makcumym 2,94
°o o5 : 15 2 25 3 35

WHANBUAYAAbHBIE PEKOMEHAALUN

MHAMBMAYOAABHOS HOPMA noTpebAeHus BuTamumHa By Ha 30-50% Bbiwe
CTAHAQPTHbIX PEKOMEHAYEMbIX CYTOYHbIX AO3 AASl COOTBETCTBYIOLLLEIO NOAQ U
BO3pACTA.

OnucaHue puUcka:

donmveBas KMCAOTA - BUTAMUH By - COAEPIKUTCA B 3€/1€HbIX IMCTbAX PACTEHUIA, B NEYEHUN KMBOTHbLIX, NPU
TensoBoW 0bpaboTke paspywaetca go 90% ¢GoAMeBON KMCAOTbI, COAEPIKALLENCS B CbIPbIX MPOAYKTAX.
Kpome nocTynieHns B OpraHMsm M3 MULLM, TaKKe CUHTE3NPYETCA MUKPO(IOPOIM KMLEYHMKa. YUacTByeT
BO MHOTMX BUOXMMUYECKUX PEAKLMAX B OpraHM3Me, Hanpumep, oHa HeobxogMma Ans yaaneHus us Kposu
BpeAHOro BewecTBa - romouucterHa. FMnepromoumcTemHemMmmnn ABaseTca GakTopomM pUCKa CepaeyHo-
COCYAMUCTbIX 3a60N1€BaHUI U SHA0TENMANbHON ANCYHKUMM (HapyweHne GYHKLUMKM cocya0oB, NpMBoAALLEe
K aTepoCKieposy U aTepoTpombosy). Mpucytcteue pearux annenen reHos GposaTHOrO LMKNA NPUBOSUT K
CHUXKEHMIO aKTUBHOCTU NPOoAyLMpPYEMbIX UMM GEPMEHTOB U HapyLLUeHUIo GYHKLMOHMPOBaHUA GonaTHOro
umkna. Mpuem oaveBo KUCNOTbl OCOBEHHO HeobxoguMm nNpW  NJAAHUPOBAHUM BepemeHHOCTU
(mOCTOBEPHO CHUMXKAET PUCK MOPOKOB Pa3BUTUA NA0A3).

CyTouHas noTtpebHocTb coctaBaset 200—400 mKr, y 6epemMeHHbIX NoTPebHOCTb 3HaYMTE/IbHO BO3PacTaerT.

3AKAKOYEHUE
YMEPEHHO BbilLe CPEAHEN.
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Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM NO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

ren RS Fero- DyHKYUA UHmepnpemayusa
mun
MTHFR rs1801133 | G/G 0O6pa3zyem akmusHyto thopmy MonynsayuoHHsIl sapuaHm.
¢gonuesoli Kucsiomel, Heob6xo00UMYHO
019 pememusnuposaHus
20MOYyUCMeUHa U Opy2ux MOEKY,
8 yacmHocmu, AHK.
MTR rs1805087 | A/A Yuacmeyem HernocpedcmeeHHO 8 MonynsayuoHHsIl sapuaHm.
pemMemuauposaHUU 20MOoYUCMeuHa.
MTRR rs1801394 | A/G BoccmaHasnusaem pabomy YmepeHHbIl hakmop pucKa
¢epmenma MTR. aunepzaomoyucmeuHemuu. ®akmop,
nosslwarowuli nompebHocmMo
op2aHuU3Ma 8 ghonuesoli Kucaome u
sumamuHa B12.
SLC19A1 rs1051266 | T/T TpaHcnopm ¢onamos. MepeHocum | Xyxce yceausaHue ¢poanamos. Beiwe

ho1aMbI BHYMPL KAEMKLU.
A/1K020/1b y2Hemaem cuHmes
0aHHO20 mpaHcriopmepa u e2o

yHKyUO.

nompebHocmeb 8 hosuesoli Kuciome.
YnompebneHue ankozons bonee
KpUmuy4Ho npu sawem 2eHomurie 8
OMHOWEHUU pucKa deguyuma rno
sumamuHy B9.
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METABOJ/IU3M BUTAMMUHA B12

MH,D,MBM,D,yaIIbHaﬂ reHeTn4yecKas ﬂOTpe6HOCTb B BUTaMUHe Bi,:

KoaddpuumeHT reHeTnUecKoro pucka (% nrogeit ¢ Takum K)

Baw K (74.3%)
MUHUMYM

MaKkcumym

WHANBUAYAAbHBIE PEKOMEHAALUN

MHAMBMAYOAABHOS HOpMA noTpebAeHus BuTamuHa B2 Ha 30-50% Bbiwe
CTAHACGPTHBIX PEKOMEHAYEMbIX CYTOYHbIX AO3 AA COOTBETCTBYIOLLLETO MOAA M
BO3pACTA.

OnucaHue pucka:

ButamuH Bi, yuyBCTBYET B K/IETOYHOM [AENEHUM, MPUCYLLEM KaXKOOW KMBOW KaeTKe. B Haubonbluen
CTeNeHn, OT aAEeKBaATHOIO YPOBHA BUTAMMHA Bi; 3aBMCUT HOpManbHOE GYHKLUMOHUPOBAHME TEX TKaHEMW,
KOTOpble AenAtca Hanbonee MHTEHCMBHO: KNETKM KPOBW, UMMYHHbIE KNETKWU, KNETKM KOXKU U KNETKM,
BbICTU/IAIOLLME BHYTPEHHIOK MOBEPXHOCTb KMILEYHMKA. Bi, 3aliMlLaeT OT XMPOBOM MHOWUAbTPALUK
neyeHu, NoBblWaeT NoTpebieHne KUCN0POLA KAETKaMM MPU OCTPOMN U XPOHMUYECKOMN TMMOKCUM.

ButamuH Bix COAEpP:KUTCA B NMPOAYKTaX MUTAHUA KMBOTHOTO MPOUCXOXKAEHUA, TaKMX KaK MACO, pblba,
nTvMua, AnLa U MONOKO. PauuoHanbHoe nuTaHMe o06blyHO obecneynBaeT AOCTAaTOYHOE KOJIMYECTBO
BUTaMWHa By, HO y BeretapmMaHLUeB, pafuKa/ibHbIX BeretapuMaHueB (BeraHoB), MOXWAbIX NoAen U Y
NO4EN, C HapyLeHMeM BCacbiBaHWA BUTaMUHa B, BcneacTBre 3ab60/1eBaHMI NULLEBAPUTENIBHOTO TPAKTA,
MOXeT HabntogaTbesa AedULmT 3TOro BUTaMMUHa.

Mapkep B reHe FUT2 accoummpyeTca C NOHMMKEHHbIM YPOBHEM COAepXKaHMA BUTaMnHaA Bi, B KpoBu, aTOT
3bdEeKT MOXKET O0OBACHATLCA CHUMKEHMEM BCACblBaHMA BUTaMMHA Biy, TakMm ntogam Heobxoaumo
NOBbILIEHHOE BHMMAHWE K COAepPrKaHUIO BUTaMMHa B1 B pauuoHe.

CyTtouHasa notpebHocTb 0,4—2,5 MKr, TOKCMYeCKan [03a He onpeaeneHa.

dedunuunt ButammnHa Bia: aHemmus, HEBPOIOTMYECKME PAaCCTPOICTBa.

3AKAIKOYEHUE
YMEPEHHO BbilLe CPEAHEN.
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Pa3BepHyTblﬁ CMUCOK UccnieaoBaHHbIX reHeTUYECKUX MapKepoB U ux d)yHKLIMOHanOM no Hanpas/ieHuto

npepacrasneH B Buae Tabaunubi

leHo-

ren RS mun DyHKYUA Unmepnpemayusa
FUT2 rs602662 G/A ®dykozunmpaHcgepasa 2. AHanu3 Bawezo ezeHomuna yKassieaem Ha
rpeopacnonoMeHHOCMb K CHUHEHHOMY
YpOoBHI0 sumamuHa B-12. Takxce OaHHbIl
2eHomurn c8A3aH € NosblueHHOU
socripuumyugocmeto K 6akmepuu Hel. Pylori
(sbi3bl8aroweli cacmpum).
MTR rs1805087 | A/A Yuacmeyem MonynayuoHHeIl sapuaHm.
HerlocpedcmeeHHO 8
pememunuposaHuu
20MoyucmeuHa.
MTRR | rs1801394 | A/G BoccmaHasnusaem pabomy | YmepeHHbIl hakmop pucka
¢epmeHma MTR. a2unep2omoyucmeuHemuu. dakmop,

nossiwarowuli nompebHoCMb 0p2aHU3MA 8
¢onuesoli Kuciome
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METABOJ/IU3M BUTAMMUHA C

MH,D,MBM,D,yaIIbHaﬂ reHeTn4yeckas ﬂOTpe6HOCTb B8 BUTaMuHe C:

KoaddpurumeHT reHeTuueckoro pucka (% ntogei c takum K)

Baw K (85.0%)
MuHUMym

Makcmmym 1,8

o 0,5 1 1,5 2

WHANBUAYAAbHBIE PEKOMEHAALUU

WHAMBMAYOABHASS HOPMA noTpebAeHus ButammHa C COOTBETCTBYET
CTAHAQPTHBIM PEKOMEHAYEMbIM CYTOYHbIM AO30OM AAS COOTBETCTBYIOLLLETO
NOAQ M BO3PACTA.

OnucaHue pucka:

ButammH C — ackopbuHOBas Kucnota — obnafaeT CUIbHbIM aHTUOKCUAAHTHbIM  OEeACTBUEM,
perynvpyet OKUCAUTEIbHO-BOCCTAaHOBUTE IbHbIE MpoLecchl. HeobxoamMm Ans cMHTe3a KossareHa, BAuAS
Ha COCTaB COeAMHUTENIbHOM TKaHMW. YyactByeT B meTabonmsme GpoameBOor KUCAOTbl U KeJse3a, a TaKXKe
CUHTE3e CTepOMAHbIX TOPMOHOB W KaTexo/JlaMMHOB. ACKOpPOMHOBAA KWUCNOTa TaKKe peryanpyet
CBEpPTbIBAEMOCTb KPOBM, HOPMa/IM3yeT NPOHULAEMOCTb Kanuaiapos, HeobxoaMma AN KPOBETBOPEHMA,
OKasblBaeT NpoTUBOBOCNANUTENbHOE AeilcTBue. ButamumH C aBnsetcs GpakTOpoM 3alMTbl OpraHu3ama ot
nocneacTeuii cTpecca.

CyTouHaa Hopma noTtpebneHuns Konebnetca ot 50 go 100 mr, TOKcMYecKasa [o3a ANA B3POC/IOro
coctasnaetr 6onee 2 r. HepoctatodHocTb But C moKeT 6biTb 3K30reHHas (3a cyeT HeaocTaTKa
aCKopbMHOBOW KUCNOTbl B MPOAYKTax MUTaHMA) M 3HAOreHHaa (3a cyYeT HapylueHWs BCacbiBaeMOCTU U
ycBoAemocCTM BUTaMmHa C B OpraHM3me YenoBeKa, B TOM YMC/e 33 CHET reHeTUYeCKUX MexaHM3MoB).

Oedvunt But C: npu ymepeHHOM JeduuuTe CHUMNKAETCA aKTUBHOCTb MMMYHHOW CUCTEMbI,
MOBbLILIAETCA 4acToTa WU YCUIMBAETCA TAMECTb PECNMPATOPHbIX U XeNyAoUYHO-KULEUYHbIX WHPEKUUN,
BO3HMKaeT KPOBOTOUMBOCTb AECEH, M/0X0Ee 3aXKMBAEHWE PaH, CYXOCTb KOXKW, pasaparkKuTenbHocTb. Mpu
TAXenom aedbuumTe passusBaeTca 3abonesaHue LMHra (remopparvum, noteps 3y6os, TMHIUMBUT, KOCTHbIE U
cycTaBHble aedeKTbl).

MN36bITOK BUT C: annepruyeckune peakumm, KpanmsHuLa.

3AKAIOYEHUE
CpeAHenonyAsLMOHHASA NOTPEOBHOCTD.

Pa3BepHyTbIii CNUCOK UCCNe0BaHHbBIX FEHETUYECKMX MAaPKepPOoB U UX GYHKLMOHANIOM MO HanpaB/eHUIo
npeacrasneH B BUAeE Tabanubl

ren RS reHomun DyHKYUA Uumepnpemayusa

SLC23A1 rs33972313 c/C TpaHcriopmep lMonynayuoHHeIl sapuaHm.
acKopbuHosoli Kucsiomel.
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METABO/IU3M BUTAMUHA D

NHanBmayanbHaa reHeTnyeckaa notTpebHocTb B BUTammHe D:

KoadduumneHT reHeTuUecKoro pucka (% niogei ¢ Takum K)

Baw K (70.0%) ,43
MuHUMYM
Makcumym 3,33
|,I5 ; 2:5 ; 3:5

WHANBUAYAAbHBIE PEKOMEHAALUN

MHAMBUAYQABHOSS HOpMA HOTpGGAeHMﬂ BUTGOMMHA D cooTBeTcTBYEeT
CTAHAQPTHbIM pPeKOMeHAYeMbIM CYTOYHbIM AO3GM AAA COOTBETCTBYlIOLLEro
NMOAQ U BO3pPACTA.

OnucaHue pucka:

AfeKBaTHbI ypoBeHb BUTaMMHA D HeobxoamMm O MOAAEpPIKaHUA 340P0BbSA CKeneTa U obmeHa Ka/buus.
AKTMBHOI popmoii BUTammHa D aBnseTca KanbumTpuon. PeuenTtop BuTamuHa D cneunduryeckn cBasbiBaeTcs
TO/IbKO C KaNbLUTPUOIOM.

ButammH D y4acTByeT B ApyrMx OOMEHHbIX npoLeccax, CTUMyAMPyeT cuHTe3a pAga ropmoHoB. B
reorpapuyeckmx obnacrax, rae nuwa 6egHa BUTamMMHOM D, M CHUMKEHA CONHEYHas aKTMBHOCTb, MOBbILIEHA
3a60/71€BaeMOCTb aTePOCKIEPO30M, apTPUTAMM, A1MabeTom, OCTEONOPO30M.

Mpn reHeTUYeckM oBYCNOBNEHHOM CHUMEHWM aKTUBHOCTM peuentopa K BuTamuHy D Hapylwaetcs obmeH
Kanbuma n dochopa, B pesynbTaTe Yero ¢ BO3PaCTOM NPOMCXOAUT 3HAUUTENIbHOE CHUMKEHWE MUHEepPabHOM
NJOTHOCTU KOCTEM M MOBbIWAETCA PUCK NEepesiomoB. YmepeHHas GpUanyeckan akTMBHOCTb, HaxoXAeHue Ha
CONIHLLE W AONONHUTENbHbIA NpMem BUTamMuHa D ABNAOTCA 3aWUTHbIMM GAKTOPAaMM B OTHOLLEHUWN CHUMNKEHUA
MUWHEepPaibHOM NAOTHOCTU KOCTEN.

Oedbunumt But D: paxuT, octeonopos.

MN36bITOK Byt D: rmnepkKaabymnemma, aHopekcua, nospexgeHmne noyek.

3AKAKOYEHUE
CpeAHenonyAsLMOHHAA NOTPEBGHOCTD.
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Pa3BepHyTbIii CMINCOK UCCAea0BaHHbIX FeHETUYECKMX MapKepoB 1 UX GYHKLMOHANIOM NO HanpaB/ieHUIo
npeacrasfieH B BuAe Tabaunubl

leHo-
ren RS mun DyHKYuA Uumepnpemayusa
NADSYN1 | rs3829251 G/G HAA®-3as8ucumas 7- LlaHHbIU e2eHOoMun c8sA3aH C
dezudpoxonecmepuHpedyKkmasa. HopmMasbHbIM yposHem 25(0H)D
Kamasnusupyem uHOyyupoBaHHbIl 8 Kposu
ynempaguonemom cuHmes sumamuHa D3 8
Koxe u3 7-0e2udpoxosnecmepuHd.
GC rs2282679 /G BumamuH D, cesaszbisarouwjuli 6enoK. Bausem | @akmop pucka CHUMeHUs
Ha 3¢hghekmuBHOCMb MPAHCIOPMUPOBKU, yposHsa 25(0H)D e Kposu.
6uodocmynHocme rpu npeobpazosaHuu Heobxo0um KOHMPOsb YPOBHA
25(0OH)D 8 akmugHyo 20pMOHA/bHYHO sumamuHa D, ¢ uesnbio
¢opmy — 1,25(0H)2D 8blf8/1eHUSA U c80e8peMeHHOU
KoppeKyuu
suUMAamMuHOepuUyUMHO20
coCmosHuA
VDR rs1544410 c/T Peyenmop eumamuHa D, (Bsml), annene B YmepeHHsIl hakmop pucka

(Bsml+), cea3aH ¢ HU3KOU GKMUBHOCMbIO
peuernmopa, HU3KUM yposHeMm
0CMeOoKAAbYUHA U CHUXCEHUEM
MUHepanbHol naomHocmu Kocmeli.

CHUM(EeHUA MUHepGﬂbHOﬁ
rn/jiomyHocmu Kocmu ¢
8o3pacmom u ocmeorioposa




METABO/IU3M BUTAMUHA E

MH,D,MBM,D,yaIIbHaﬂ reHeTn4yecKas ﬂOTpe6HOCTb B BUTaMuHe E:

KoadpuumeHT reHeTuueckoro pucka (% noaei ¢ Takum K)

Baw K (52.0%) 1
MuHUMYM 1
MaKkcumym 4
o 05 : 15 2 25 3

WHANBUAYAAbHBIE PEKOMEHAALUN

MHAMBHMAYAAbHOSS HOpMA noTpebAeHus BuTamMuHa E cooTBeTcTBYeT
CTAHAGPTHbIM PEKOMEHAYEMBbIM CYTOYHbIM AO30M AASl COOTBETCTBYIOLLETO
NoAd M BO3pdAcTa.

OnucaHue puUcka:

ButammH E - a-Tokodepon - KMpOpacTBOPUMbIA BUTaMUH, 061aJaloWwnin aHTUOKCUMAAHTHLIM 3bdeKToMm,
3aLMLLAET KNETKM OT MOBPEXAEHUA, 3aMeaiAa OKUCAEHUe AUNUAoB (3kMpoB) n GopmmnpoBaHMe cBOBOAHbIX
pagukanoB. ButamuvH E yayywaer UMPKYASLMIO KPOBWM, HeObXoAMM A/A pereHepaumu TKaHel. OH
obecrneyrBaeT HOPMaJibHYIO CBEPTHIBAEMOCTb KPOBU U 3aXKMBJIEHUE; CHUMKAET BO3MOXKHOCTb 0OpasoBaHMs
LWIPaMOB OT HEKOTOPbIX PaH; CHUMKAET KPOoBAHOE AaBneHue; CrnocobCTByeT npeaynpexAeHUIo KaTapakT;
yAydWaeT aTneTnyeckme AOCTUNKEHMS; CHUMAET Cy0porv HOr; NOAAEPIKMBAET 340P0BbE HEPBOB U MYCKY/IOB;
YKpenaaa CTEeHKWM Kanuanapos; npefoTBpaliaeT aHemuio. BuTamuH E HeobxoauMm ANS HOPMAnbHOro
bYHKUMOHMPOBAHUA PENPOAYKTUBHOM cucTembl. OH 3alMLaeT ApyrMe pacTBOPMMbIE KUPAMU BUTAaMUHbI OT
paspyLeHns KUCN0POAOM, CNOCOBCTBYET YCBOEHMIO BUTaMUHa A.

ButammH E oTHOCUTCA K npenapartam, 3amegnarwmm CTapeHune, MOXeT npeaoTspallatb noABAeHUE
CTap‘-IeCKOﬁ nMUrmeHTauunn.

CyTouHas noTpebHoCTb cocTaBnseT oT 4 Ao 15 mr, Tokcuyeckaa gosa—1r.

Oedunumnt But E: HeBposiornyeckme aedeKkTbl, MbilleyHaa cnabocTb, Npobiembl CO 3peHNEM, FOPMOHaA/IbHBbIN
AncbanaHc, NPOBOLMPYHOLLMI PE3KYIO CMEHY HaCTPOEHMA.

3AKAKOYEHUE
CpeAHenonyAsLMOHHASA NOTPEBGHOCTD.
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YTbIi CMUCOK UCC/IEA0BAHHbIX rEHETUUECKUX MapKepoB U UX GYHKLMOHANOM N0 HanpaBAeHUIo -
ncTaBnAeH B Buae tabamubl P

ren RS renomun dyHKYuA NHmepnpemayusa

SCARB1 rs11057830 | G/G CKaseHOMcep peuyenmop He sbiasneHo hakmopa pucka CHu}f A
B1, yuacmeyem e yposHA sum E " o
memabonausme aAunudos u
sumamuHa E.
rs964184 benoK «yuHKo8bIX He sbisigieHO hakmopa pucka CHU:);CEHL,
nansyes» peayaupyem yposHa eum E _ '.
MPAHCKPUNUUIO 2EHO8, ) *
MpPoodyKmMsl KOMOopPbIX . @. :
pez2yaupyrom yposeHb '
mpueanuyepudos.




OAPMAKOIEHETUKA

PUCK CHUKEHUNA CKOPOCTU METABOJ/IUSMA CYP1A2

Puck cHmnxKeHuna aktusHoctn CYP1A2:

KoadduumneHT reHeTuUecKoro pucka (% niogei ¢ Takum K)

Baw K (28.0%)

MUHUMYM

Makcumym

WHANBUAYAAbHBIE PEKOMEHAALUN

Mpuem npenapatoB cyb6cTpatoB CYP1A2 He XeAaTeAbHO co4veTaTtb C
dakTopamu, noHmxarowmmm aktTupHocTb CYP1A2 - ynoTpebAaeHue rpenndpyToBOro
cokaq, kode (He 6oAee 1 HALIKK B A€Hb), AHTUOMOTUKOB PTOPXUHOAOHOBOTIO PAAQ.

OnucaHue puUcka:

LUutoxpom CYP1A2 metabonusmpyet 5-10% nekapCTBEHHbIX NpenapaToB, NPUMEHAEMbIX B MeAULMHE, B
TOM 4YMCAEe, SCTPOreHbI.

Kpome TOro, 3TOT UWMTOXPOM aKTMBMPYET HEKOTOPble apoMaTUYeCcKMe amMuHbl TabayHoro apima u
NMPOMbILI/ZIEHHOTO CMOra, M TakMM 06pa3om sBAAETCA OAHMM M3 K/YeBbIX GEPMEHTOB XMMWYECKOrO
KaHueporeHesa. PepMeHT IKCNPeCcCMpyeTca B NeYEHU.

MonnmopdHble BapuaHTbl reHa CYP1A2 BAMAIOT Ha BbIPAaXKEHHOCTb MHAYKUMK depmeHTa. Annenb
CYP1A2*1C BO3HMKaeT B pe3y/ibTaTe ToyeyHolM MyTauuu (rs2069514), KoTopas NPUBOAUT K CHUNKEHUIO
aKTUBHOCTU pepmeHTa (HY»KHbl MeHblune Ao3npoBKKu). Annenb CYP1A2*1F Bo3HMKAET B pe3y/ibTaTe TOYeYHOM
MyTaumm (rs762551) 1 cBA3aH C NOBbIWEHHON UHAYKUMEN dpepmeHTa 0COBEeHHO Y KypAWMX (HYXHbl BbICOKME
[03UPOBKHN).

Knaccmyeckum metabonmtom CYP1A2 sBnsetcs KodewH, MO CKOPOCTU ero metabosimama OLeHMBatoT
aKTMBHOCTb PpepmeHTa.

HekoTopble cybcTpathl depmeHTa: napaueTtamos, aMUTPUNTUANH, Anasenam, GTOPXMHONOHBI, KODEUH,
3CTPOreHbl, NPonpaHoao, TeodunnnH, GeHaLeTmH.

HeKkoTopble MHIMBUTOPbI: GTOPXMHONOHBI, U30HMA3NA, pUGaMMULMH, LUMETUAMNH, Bepanamusi, opaabHble
KOHTpaLenTuUBbl, KobeunH, rpeiindpyToBbIi COK.

HeKoTopble MHAYKTOPbI: KPECTOLUBETHbIE, KypeHWe, KapeHas Ha OTKPbITOM OrHe MuLia, WHIMOUTOPDI
NPOTOHHOM nomnbl, peHobapbuTan.

3AKAIOYEHUE

Mpu Bawem reHoTUNE YMEPEHHO CHUXEHA akTUBHOCTL CYP1A2
M CKOPOCTb MeTABOAM3IMA ero cy6CcTpaTos.
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YTbIi CMUCOK UCC/IEA0BAHHbIX rEHETUUECKUX MapKepoB U UX GYHKLMOHANOM N0 HanpaBAeHUIo -
ncTaBnAeH B Buae tabamubl P

ren RS reHomun DyHKYuA Numepnpemayua

rs762551 KceHobuomukos. Arodeli. CpedHuli Memabousm Kog
Memabonusm KogeuHa. PekomMeHO08aHHbIU pexcum =¥
ynompebneHue: He bonee 1 Yawku Koge 8

deHb (00 300me KopeuHa 8 deHb).
r kJ

¢ -

'. ™

=
@.\

CYP1A2 rs2069514, A/A Memab6onusm Takoli 2zeHomun ecmpeyaemcs y 32%
gl
; %




OLIEHKA PUCKA CHUKEHUNA AKTUBHOCTU LULUTOXPOMA CYP2C9

OugeHKa p1cKa HapyweHuns paboTbl uutoxpoma Cyp2C9:

KoadPpuumeHT reHeTuueckoro pucka (% ntoaen ¢ Takum K)

Baw K (67.8%) 1
MuHUMYyMm 1
MaKkcumym 10,85
o 2 s 6 s 10 2

WHANBUAYAABHBIE PEKOMEHAALUN

Mpu HEOGXOAMMOCTU NPUMEHEHUS, CTAHACGPTHbIE AO3UPOBKM BAPPAPUHA,
capTaHos, HMBC, npenapaToB CYAbPOHMAMOYEBUHbI U OHTUAENPECCAHTOB -
LUTAAONPAMA U CEPTPAAUHA.

OnucaHue puUcka:

CYP - 6onbloe cemencTBO reHoB uutoxpoma P450, yepe3 KoTopble meTabonumsmpyetca 60/bLUIMHCTBO
NEKAPCTBEHHbIX CPEACTB U APYrUX KCEHOOMOTMKOB. MNMoanmopdursmbl B 3TUX FeHax M3MEHAIOT aKTUBHOCTb
MeTabon3ma, B pesysibTaTe Yero JIEKAPCTBEHHOE BELLLECTBO MOXKET aKKyMY/IMPOBaTbCA B OPraHax M TKaHAX U
ero nobou4HbIn apdeKT Bo3pacTaerT.

fen CYP2C9 - Haubonee Wu3BeCTHbI dapMaKoreHeTUYECKMIA MapKep onpegenatowmnii  metaboansm
aHTUKOArynaHTa BapdapuH 1 nmeet 60abLIOE KAMHUYECKOE 3HaYeHWe ANA OLeHKM pucka H/1P 1 Bbibopa 03bl
npenapata. Opyrmumn cybetpatamm CYP2C9 asnatoTca 6noKaTopbl peulentopoB aHrnoteHsuHa, HIBC,
npenapatbl CyIbGOHNUIMOYEBUHbBI, AaHTUAENPECCAHTbI - LUTANIONPaM U CEPTPASIMH.

BapuaHT *1/*1 - cooTBeTcTByeT HOPME UM HOPMajbHON aKTUBHOCTM AAHHOMO LMUTOXPOMa («HOPMasibHbIN
meTabonusep»). Annenn *2 un *3 nNpuBOAAT K CHUMKEHUIO aKTMBHOCTM paboTtbl CYP2C9 M 3amepneHuio
meTabonnama cybctpaToB («megneHHblt  meTabonusep»). lNpuem feKapcTs, MeTaboan3m  KOTOPbIX
ocywectenserca ¢ yydactmem CYP2C9 y «mepdsieHHbIX MeTabonns3eposB» MNPUBOAUT K BbICOKOMY PUCKY
HeenaTeslbHbIX /IEKAPCTBEHHbIX pPeakuuin M TpebyeT NOBbILEHHOrO KOHTPOAA Tepanuu Wau Bblbopy
aNbTepHaATMBHOIO JIEKAPCTBEHHOTO CPeaCTBa.

3AKAIOYEHUE

Hopma. He BbISBAEHO NATOAOIM4ECKMX BAPUAHTOB reHa Cyp2CS9.
Huxke pUCK HEXEAATEAbHbIX AEKAPCTBEHHbIX PeaKkuuii Npu NnpMMeHeHun BapdapuHa,
captaHoB, HMBC, npenapaToB CyAbPOHUAMOYEBUHBI U AHTUAENPECCAHTOB -
LUTAAONPAMA U CEPTPAAUHA.
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Pa3BepHYTbIM CNMUCOK UCCNEA0BaHHbIX FEHETUYECKMX MAapKepPOB U MX GYHKLMOHANIOM NO HanNpaBAEHUIO
npeacTaB/ieH B BUuAe Tabnunupi

ren RS FeHomun DyHKYuA NHmepnpemayusa

CYP2C9 rs1799853 c/C Llumoxpom P450 2C9, *2 lMonynayuoHHsIl sapuaHm.
assenb accoyuuposaH co
CHUM(eHUeM aKkmugHocmu
CYP2(9.

CYP2C9 rs1057910 Llumoxpom P450 2C9, *3 MonynayuoHHsIl sapuaHm.
assenb accoyuuposaH co
CHUM(eHUeM aKkmugHocmu
CYP2(9.




OLIEHKA PUCKA CHUKEHUA AKTUBHOCTU ULMTOXPOMA CYP2C19

OLEeHKa pUCKA CHMXKEeHMA aKTUBHOCTU umToxpoma Cyp2C19:

KoadPpuumeHT reHeTnueckoro pucka (% ntoaen ¢ Takum K)

Baw K (72.0%) 1
MuHUMYM 1
MaKcumym 3
(I) OI,S ; |,IS ; 2:5 3 3:5

OnucaHue pucka:

CYP - 6o/iblloe cemeicTBO reHoB uutoxpoma P450, yepes KoTopble meTabonmsupyetcs 601bLIMHCTBO
JIeKapPCTBEHHbIX CPeacTB U APYrMX KCeHOOMOTUKOB. MonMMOpPdPU3MbI B 3TUX FeHax W3MEHSIOT aKTUBHOCTb
meTabosin3ma, B pesysibTaTe Yero JIeKapCTBEHHOE BELLECTBO MOMKET aKKyMY/IMPOBATbCA B OpPraHax M TKaHAX U
ero noboyHbIi apPeKT Bo3pacTaerT.

FeH CYP2C19 - Haubonee M3BECTHbIM dapMaKOreHeTUYEeCKUM Mapkep onpeaenatowmin metabonmsm
atvarperaHTta "Knonuporpena" (npenapatbl «Knonuporpen» «MnaBuke» «3uat») u  mnmeeT 6osblioe
K/NIMHUYECKoe 3Ha4YeHne anqa oueHKun pucka H/P 1 Bbibopa Ao3bl npenapaTa. Apyrumu cybectpatamu CYP2C19
ABNAKOTCA:  aMUTPUNTUAWMH, LMUTanoMNpam, 3CUMTANONPaM, WMMUNPAMUH, JIAaHCOMpPAs3o/a, OMEeNpPason,
pabenpasos, MOKNobemua, cepTpannH, BOPMKOHAZ0.

BapuaHT *1/*1 - cooTBeTcTByeT HOPME Y HOPMaNbHON aKTUBHOCTU AAHHOMO LMTOXPOMA («HOPMa bHBbIN
meTabonusep»). Annenn *2 u *3 nNpuMBOAAT K CHUMKEHUIO aKTUBHOCTM pabotbl CYP2C19 m 3amepneHuto
meTabonmnsma cybecTpatoB («meaneHHbI meTabonusep»). BapumaHT *17 - CcOOTBETCTBYET MOBbILIEHHOM
aKTMBHOCTW laHHOTO LMTOXPOMa («BbICTPbIN meTabonunsep»).

3AKAIOYEHUE

Hopma. He BbiSBAEHO NATOAOIrMY4ECKMX BaApUaHTOB reHa Cyp2C19,
HUXKE PUCK HEXXEAATEAbHbIX AEKAPCTBEHHbIX PEAKLMIA NPU NPUMEHEHUU NPenapaTos,
ABASIIOLLLUXCA CYy6CTPATAMU AGHHOTO chepMeHTa.

Pa3BepHyTbIl CIUCOK UCCNEA0BaHHbIX reHETUYECKUX MapKepoB U UX GYHKLMOHANOM No Hanpas/eHUIo
npeacTasfieH B Buge tabamupl

ren RS reHomun dyHKYUA Uumepnpemayusa

CYP2C19 rs4244285 G/G Llumoxpom P450 2C19, *2 lMonynayuoHHeIl sapuaHm.

asnsesb accoyuuposaH co
CHUX(eHUeM aKkmueHocmu
CYP2C19.
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OUEHKA PUCKA CHUKEHUA AKTUBHOCTU CYP2D6

OugeHKa pucKa HapyweHus paboTtbl CYP2D6:

KoadPpuumeHT reHeTuueckoro pucka (% ntoaen c Takum K)

Baw K (92.9%) 1
MuHUMYM 1
MaKkcumym 12,4
° 2 4 6 s o o o

OnucaHue pucka:

CYP - 6o/iblloe cemeicTBO reHoB uuToxpoma P450, yepes KoTopble meTabonmsupyetcs 601bLIMHCTBO
NNIEKApPCTBEHHbIX CPEACTB U APYrMX KCEHOOMOTMKOB. MonMmopduambl B 3TUX FeHax M3MEHAHT aKTUBHOCTb
MeTabonn3ma, B pesysibTaTe Yero JIeKapCTBEHHOE BELLEeCTBO MOXKET aKKyMY/IMPOBaTbCA B OpraHax M TKaHAX U
ero noboyHbIi apPeKT Bo3pacTaerT.

feH CYP2D6 - <¢apmMaKoreHeTUYECKM MapKep OCYLLEeCTBAAKOWMIA  MeTabonmsm  cieaytoLimx
JIEKAPCTBEHHbIX CpeacTB: 6-6/10KaTOp METONPO/OA, UHIMBUTOPLI aHTMOTEH3UH MpeBpaLLalowero GpepmeHTa,
TPULMKAMYECKME aHTUAENPECCAHTbI, TPULUMKAMYECKME aHTUAENPECCAHTbl - aMUTPUNTUAMH, BeHAAdaKCUH,
KAOMUNPOMUH, GIYOKCETUH, TaMOKcMbeH, Tpamagos, HeWponenTUKW, apununpason, ranonepuaon,
pucnepuaoH.

BapuaHT *1/*1 - cooTBeTCTByeT HOPME Y HOPMAaNbHOW aKTUBHOCTU AAHHOMO LUTOXPOMA («HOPMa/bHbIN
meTabonusep»). Annean *3 mn *4 npuBoAAT K CHUMKEHMIO aKTMBHOCTM paboTbl CYP2D6 M 3amegneHuio
meTabonmsma cybctpatoB («measieHHbI  meTabonuzep»). [puem Nekapcts, MeTaboansm  KOTOpPbIX
ocywiecrtensetrca ¢ yyactmem CYP2D6 y «mMeaneHHbIXx MeTabosM3epoB» NPUBOAUT K BbICOKOMY PUCKY
HeKenaTeslbHbIX /IEKAPCTBEHHbIX pPeakuuin M TpebyeT MNOBbILEHHOrO KOHTPOASA Tepanuu WAu Bblbopy
a/IbTePHATMBHOIO /IeKapCTBEHHOrO CPeACTBa.

3AKAIOYEHUE

MonyASUMOHHBbIM BOPUAHT. He BbISBAEHO NATOAOIM4ECKUX BAOPUAHTOB reHa Cyp2Dé.
Hu>ke pUCK HeXXeAaTeAbHbIX AEKAPCTBEHHbIX PEAKLLMI NPU NPUMEHEHUU CACAYIOLLLUX
A€KAPCTBEHHbIX CPEACTB: 6-6A0KATOP METOMPOAOA, MHTMGUTOPbI AHFTMOTEH3UH
npespauwaloLlero depmMeHTa, TPULUKAMYECKME AHTUAENPECCAHTDbI, TPULUKAUYECKHE
AHTUMAENPECCAHTbl — AMUTPUNTUAUH, BEHAQOAKCUH, KAOMUNPOMMH, (PAYOKCETHUH,
TAMOKCUMPEH, TPAMAAOA, HEMPOAENTUKHU, APUMUMNPA3OA, FTOAONEPUAOA, PUCNIEPUAOH.
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ePHYTbIN CNUCOK UCCNeA0BaHHbIX FEHETUUYECKUX MapPKepoB 1 UX GYHKLMOHA/IOM NO HanpaB/ieHUIo
efAcTaB/ieH B Buae Tabnuubl

o
>
&

leHn

RS

FeHomun

dyHKYuA

Uumepnpemayusa

CYP2D6

rs35742686

T/T

Llumoxpom P450 2D6, *3 annesnb
coomeemcmayem Oeneyuu 2eHa
CYP2C9.

lMonynayuoHHsIl sapuaHm. 3 ]

S &
&

CYP2D6

rs3892097

Llumoxpom P450 2D6, *4 annenb
aCCOUUUPOBAH CO CHUX(EHUEM
akmusHocmu CYP2D6 e
20MO3U20MHOM 8apuaHme.

MonynayuoHHbIG eapuaHm. :

‘e




NPEAPACMNOJ/IOKEHHOCTb K OHKOJIOTUYECKUM

MPOLECCAM

PAK NPEACTATE/IbHOM KE/E3bI

3AKAKOYEHUE

BbISBA€HO NOBbILLEHHASA YYBCTBUTEABHOCTb TKOHEN K AHAPOF€HAM, YTO MOBbILLAET PUCK
PA3BUTUSA PAKA NPEACTATEABHOMN XEAE3bl.

Pa3BepHyTbIii CNUCOK UCCe[0BaHHbIX FTEHETUUECKMUX MAPKePOB U UX GYHKLUOHA/IOM NO HanpaB/IeHUIO
npeacrassieH B Buae tabauupbi

e

RS

leHo-
mun

DyHKYUA

NHmepnpemayus

AR

GGG-n

16/16

l'eH KoOupyem peuyenmop K aHOPo2eHaM —
MYHCCKUM 110/108bIM 20PpMOHAM.
C843bI805Cb C AHOPO2EHAMU, peyuernmop
ydyacmesyem 8 peaynayuu hopmuposaHus
na100a, No0s08020 PA38UMUSA, POCMA 80/10C
U 107108020 nogeoeHuUsA

lNosbiweHHas
4y8cmeumesnbHoCMb
mkaHel K aHpo2eHam

BRCA2

leH KOOupyem amuHOKUCAOMHYIO
nocnedosamesibHOCMb A0epHo20 besKa,
Komopelili yyacmeyem 8 pezyaayuu
penapayuu (noepexcdeHus) AHK u
PA3MHOMCEHUSA KAemoK. B uHmakmHom
(HemymaHmHom) cocmosHuu 2eH BRCA2
sbicmyriaem 8 Kayecmee cyrnpeccopa
onyxonu u obecrneyusaem yea0CMHOCMb
eeHoma. Mymayuu 2eHa BRCA2 npusodam
K XpomocomHoli HecmabuabHocmu u
3710KayecmeeHHOU mpaHcghopmayuu
K/1emoK MOs0YHOU Heenesobl, AUYHUKOS U
Opyaux op2aHos. OmauvyumesnbHbIMU
yepmamu mymauyuli BRCA2 saensromcs
bonee yacmoe 803HUKHOBeHUE PaKa
MO0YHOU Heenesvl y My#YuH u meHowuli
PUCK pazsumus onyxonel AUMHUKQ.

lNonynAayuoHHsIl
sapuaHm.

Takon

WHANBUAYAABHBIE PEKOMEHAALUN

pe3yAbTaT

He UCKAIOHAeT BEpPOATHOCTDb Pa3BUTUSA paka

NPEeACTATEAbHOU XeAe3sbl. [I[POKOHCYAbTUPYUTECH C Bawmm Aevawmm BpA4oM.
PekomeHAOBAH KOHTpOAb: NMCA 1-2 pasa B roa; onpeaseAaeHue PCA3 npu
M3MEHEHUU B NPEACTATEAbHOU XeAese (MO NOKA3AHUAM).
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PAK LLMTOBUOHOM XKENE3bI

3AKAIOYEHUE

MoBbiWeH pUck CbYHKLIMOHGAbeIX HOpYLLIeHMﬁ LLLUTOBUAHOM XXEAE3bl

Pa3BepHYTbI CNUCOK UCCIe,0BaHHbIX FEHETUUECKMX MapKepoB U UX GYHKLMOHANIOM NO Hanpas/eHUIo
npepacTasneH B BUAe Tabnunubi

leH

RS

FfreHomun

DyHKYUA

Uumepnpemayusa

CTL4

Rs231775

A/G

Kooupyem ummyHozn06yauH CD152, komopebili
b6s10Kupyem akmusayuto T-Knemok, ceA36180sCb C
peuenmopamu e2o aHmazoHucma (CD28) u
onpedesnsem mosaepaHmMHoOCmMos UMMYHHOU
cucmemel.

YsenuyeH pucK
aymoumMmyHHO20
mupeouduma 8 1,5.

IL4

rs2243250

T/T

LumokKuH IL-4 aenaemcs paKkmopom, u2parouum
BAMCHYIO POsb 8 AKMUBAUUU T-KAEMoK nymém
peaynayuu pada 2eHos. lMoaumopgusm 8 obaacmu
€20 rMpoMomopa Moxcem Hapywams HOPMAsAbHYHO
3Kcrnpeccuro 2eHos. Annesno T c8A3GH C
108bIWEHHbIM CbIBOPOMOYHbLIM YPOBHEM
ummyHoenobynuHa E u Opyaux yumoKUHos,
cekpemupyemoix T-knemrkamu. Bzaumodelicmsue
3MUX YUMOKUHO8 CmumMysaupyem 8olpabomky
OKcuda a3zoma u npocmaanaHoOUHO8, Ymo Moxcem
HernocpeocmeeHHO Mospexoams Kaemku
wumosuodHol #ceneswl, ycunusas
socriasnumersibHble peakyuu u npueoos K
GDYHKYUOHAAbHBIM HAPYUWEHUAM WUmoguoHol
Henesvl, 8 MOM Yucsae aymouMMYyHHbIM.

lMosbiweH puck
GDYHKUUOHA/TbHbIX
HapyweHul LL¥

ILARA

rs1801275

A/A

Moaumopguam 3Ha4umMes1bHo ycuausaem peaxkyuto
peuenmopa Ha IL-4, ymo npusodum K ysesnuveHuro
npodyKyuu IgE. 3mo moxcem Hapywame
pe2ynayuro UMMYHHO20 omeema U, mem CambIm,
uepams posb 8 namozeHese bosaesHu lpalisca.

MonynayuoHHs.ll
sapuaHm.

TSHR

rs1991517

D/D

Moaumopghusm ceA3aH ¢ usmeHeHuUem
yyscmaumesabHOCMU peuenmopa K
mupeompornHomy eopmoHy (TTI) u accoyuuposaH
CO CHUY(EeHHbIMU 3HayeHuUamu TTT.

MonynayuoHHs.ll
sapuaHm.

WHAUBUAYAAbHBIE PEKOMEHAALWU
Takon pe3yAbTAT HE UCKAIOYAET BEPOATHOCTb PA3BUTUA (PYHKLLUOHAABHBIX

HapyLUeHUH pPaboTbl

LLLUTOBUAHOMU dKEAe3sbl,

B TOM YUCA€ OAYTOMMMYHHbIX
npoueccoB. IPOKOHCYAbTUPYHUTECH C Bawmm Aevawum spadom. TIT, T3, T4, Y3U
LLLUTOBMAHOM XEAE3bI.
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PAK NETKUX HA ®OHE KYPEHUA

3AKAKOYEHUE

BbisBA€HHbIW Y Bac reHOTHMN cnoco6CcTBYeT 30MEAAEHHOMY BbIBE AEHUIO KOHLLEPOreHOB
u3 opraHusma. KypeHue, exxeAHEBHbIM KOHTAKT C HedoTeXMMUEN, HaCcToe noTpebaeHue
>XXAPEHHOro MACA MOBbILLAIOT PUCK OHKOAOTMHECKUX NPOLLECCOB KULLEYHUKA, AETKUX,

MOYeBOro nysbips.

req

RS

freHomun

dyHKYuA

UHmepnpemayusa

GSTM

del/del

mr-1 anymamuoH-S-
mpaHcgepasa, UHaKMueayus
271€KMpPOoUsbHbIX
OpeaHUYecKux seujecms
(noauapomamuyeckue
y21e8000p00bl, 3MOKCUObI,
npou3sodHbie beH3nupeHa),
KOMMoHeHmMos maba4yHozo
dbima

depmeHm omcymcmayem. CHUMCeHa
3awuma op2aHU3IMa om
KaHUepo2eHos.

MenamenbHo o2paHU4YUMb:
Taba4Hbili Obim. Pakmop pucka
OHKO/102UY€eCKUX NMpoyeccos npu
KypeHuu.

GSTT

271ymamuoH-S-mpaHcegepasa-T
0emoKcuKayuu rnpomMbluAeHHbIX
KaHuepozeHos (8 YacmHocmu,
Xs10pMemaHos u op.
20/102eHMPOU3BOO0HbIX AKAHO8),
KomnoHeHmMos mabayHo20
obima

HopmanbHaa akmusHocmeo
pepmeHma

NAT2

rs1801280,
rs1799929,
rs1799930,
rs1799931

§1/52

leH Kodupyem N-
auemunmpaHcgepasy 2, 00UH
u3 chepmeHmos emopoli ¢passi
cucmemebl emoKcuKayuu,
Komopas ocywecmensem N-
ayemunuposaHue (06bIYHO
deszakmusayus)
apomamuyeckux u O-
ayemusnuposaHue (06bI4YHO
aKkmusayus)
2emepoyuKIUYEeCcKUX AMUHO8, K
KOmMOopbIM 0MHOCAMCA MHo2Ue
KaHUepoz2eHbl U HeKkomopbie
feKapcmaeHHole rnpenapamel (8
mom 4ucse npoKauHamuo,
npumeHaemeolli Npu apummusx),
u noddepxusaem, makum
0bpazom, yesocmHocmMo
2eHoMa.

CHux}eHue cKopocmu
ayumuauposaHus. PUCK OHKoso2uu
HO poHe KypeHus. Puck noboyHbIx
delicmeuli HeKomopbix
/1eKAPCMBEHHbIX Mpenapamos
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T’EHETUHMECKUE OCOBEHHOCTU U TEMNEPAMEHT
BbIPAXXEHHOCTb YEPTbI TEMNEPAMEHTA «U3BETAHUE YLLEPBA»

[eHeTUYECKUI NOTEHLMAN BbiPaXKEHHOCTUN YepTbl TEMMepamMeHTa «mM3beraHme yuiepbar:

KoaddpuumeHT reHeTnueckoro pucka (% noaei c Takum K)

Baw K (100.0%)
MUHUMYM

Makcumym

0,85 0,9 0,95 1 1,05 11 1,15

WHANBUAYAABHBIE PEKOMEHAALUN

PAooporpacua exeropoHo. OTkas oT KypeHus (B T. 4. NACCUBHOrO).
PBA (ecAn ecTb PAKT KypeHUs). A€TOKC NPOrpaMMbl.

OnucaHue puUcka:

FeHeTWKa 1 ncuxoTtumn.

Kak n gpyrne MHorodaKkTopHble COCTOSIHWA, JIMYHOCTHbIE YepTbl M MCUXOMNATONOTMYECKUE COCTOSHUSA
3aBUCAT OT BONbLIOrO KOMMJIEKCA FeHEeTUYECKUX U He TeHeTUYeCKUX MpuYmMH. B gaHHOM uccnegoBaHUM Mbl
aHaM3MpPYeM OTAE/bHblE reHeTuYeckne GaKkTopbl PUCKA, KOTOpble He NPUBOAAT K 3ab0s1eBaHMAM, HO MOTYT
BHOCMUTb BK/1aj, B UHAMBMAYabHble OCOBEHHOCTN TEMMNEPAMEHTA M NOBEAEHUYECKMX PEAKLNNA.

KaK reHbl BAUAIOT Ha Ball TeEMMNEPaAMEHT?

B ncuxobuonornyeckoi mogenn nuamsmayanbHocti C.P. KnoHunHrepa, 4epTtbl TeMnepameHTa COOTHOCATCA
C onpefeneHHbIMW BUOXMMUYECKUMU cucTeMamy Mo3ra. COOTBETCTBEHHO TFeHbl Koampyowme 6eku-
YYaCTHUKM 3TUX BUOXMMUYECKUX CUCTEM BAUAIOT HA BblPaXKEHHOCTb YepT TeMnepameHTa. KNoHWHrep BblAeNUA
yeTblpe ocu TemnepameHTa: "nsberaHue yuwepba" (harm avoidance), "mouck HoBu3HbI" (novelty seeking),
"3aBMcMmocTb oT Harpagbl” (reward dependence) n "ynopcteo" (persistence).

MN3beraHue yuepba.

Jlloan c BbICOKMMW 3HAYEHUSMM MO LWKaNe «u3beraHue yuiepba» XapaKTepU3YHTCA TPEBOMKHOCTbLIO,
3aCTEHUYMBOCTBIO, YTOM/IAEMOCTbIO, CTPAaxOM Mepej, OMAaCHOCTbIO M HEM3BECTHOCTbIO YTO CKa3blBAETCA Ha
CKOPOCTU MPUHATUA BaXKHbIX peweHuid. C Apyroi CTOPOHbI, OHU HE CKJOHHbI K He0bA4yMaHHbIM MOCTYMKaM,
CBA3AHHbIM C BbICOKMM pUCKOM. YepTy «n3beraHue yuwepba» cBA3bIBAIOT C paboTON CEPOTOHMHOBOW CUCTEMOA
Mo3ra. [eHeTU4YecKkne MccneaoBaHMA MOKasanW, YTO TeHbl, KOAMPYOWME peLenTopbl cepoToHMHa HTR2A,
HTR3A nmetoT nonnMmopoHble SIOKYCbl, BAUAIOWME Ha aKTUBHOCTb Mepeaayn CUrHana, U 0T4acTM 0b6bACHAT
WHOVBMAYANbHYIO BblPaXEHHOCTb XapaKTepUCTUKKM «u3beraHne yuepba». [pyrme reHeTMdYeckue W
HereHeTMyeckne GaKkTopbl TAKKe MOTYT BAUATL Ha BbIPAXKEHHOCTb YepT TeEMMNepPameHTa.

3AKAIOYEHUE

CpeAHMﬁ MNOTEHLUAA BbIPAXEHHOCTU YepPTbl «3beraHue yu.l.ep6c1» (TpeBO)KHOCTM,
30CTEHYUBOCTHU, YTOMAAEMOCTHU, CTPAXA NepeA ONACHOCTbIO U H6M3BeCTHOCTbIO).

Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUUECKMX MapKepoBs U UX GyHKLMOHANOM MO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

ren RS reHo-mun DyHKYuA UHnmepnpemayusa
DRD2/ANKK1 | rs1800497 | G/G leH dogpamuHoB020 peyenmopa | Boiwe 8bIpaxeHHOCMb AUYHOCMHOU
2 muna. Yepmeol «u3bezaHue yujepbar.
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BbIPAXXEHHOCTb YEPTbl TEMMEPAMEHTA «NMOUCK HOBU3HbI»

leHeTUyecKkuni noTeHUwnan Bblpa*XeHHOCTU YEPTblI TEMNEPAMEHTA KMOUCK HOBU3HbI»:

KoadpuumeHT reHeTuueckoro pucka (% noaei ¢ Takum K)

Baw K (96.5%)
MuUHUMYM

Makcumym 1,8

o 0,5 1 15 2

OnucaHue pucka:

NHAMBUADBI C BICOKMMU OLEHKAaMM MO WKane "MoUCcK HOBU3HbI " MMMNYNbCUBHBI, Pa3apaXKUTE/bHbl, CKIOHHbI
HapyLwaTtb NpaBWaa, Nperpaxaatowme MM goCTyn K TOMY, YTO, Kak OHW MoNaratoT, NPUHECET yA0BNEeTBOPEHME
WK, MO3BOJIUT BCTPAXHYTbCA. MeH A0damMMHOBOro peuenTopa MOXKET MOJIOKUTENIbHO WAW OTPULATENbHO

B/IMATb Ha TAKYIO YEPTY, KaK «MOWUCK HOBU3HbI», B 3aBMCMMOCTM OT TOTO, KaKyto BEPCUIO reHa Bbl yHacaeayeTe.

3AKAKOYEHUE
CpeAHUH NOTEHLMAA PA3BUTUS HEPTbl TEMNEPAMEHTA "MOUCK HOBU3HbI'.

Pa3BepHYTbI CNUCOK UCC/Ie,0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHA/IOM MO HanpaBAeHUIo
npepacrasneH B BUAe Tabaunubi

leH RS FeHoTun DyHKUMA UHTepnpeTauma
DRD2/ANKK1 rs1800497 G/G leH doghamuHo8020 He sbifisrieHo 2eHemu4yecko20 pakmopa
peuenmopa 2 muna. pucka addumusHozo rnogedeHus. Boiwe

8bIPAHEHHOCMb AUMHOCMHOU Yepmebl
«usbezaHue yuiepba». Huxce
8bIPAHEHHOCMb AUYHOCMHOU Yepmebl
«MOUCK HOBU3HbIY.
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AAOUTUBHOE NOBEAEHUE (CKNOHHOCTb K 3ABUCMMOCTAM)

Bawa reHeTnyeckan npegpacnosioKEHHOCTb K KOMMNYJZIbCUBHOMY nMpunemy nuin:

KoadPpuumeHT reHeTuueckoro pucka (% ntoaen ¢ Takum K)

Baw K (96.5%) 1

MuHUMYM

MaKkcumym

OnucaHue pucka:

CYP — 6osibluoe cemeicTBO reHoB umToxpoma P450, yepe3 KoTopble meTabonumsmpyetca 6OO/bLIMHCTBO
NIEKapCTBEHHbIX CPEACTB M APYrnX KCEHOBMOTMKOB. MNMonMmopduMambl B 3TUX FeHaxX M3MEHAIT aKTUBHOCTb
MmeTabon3ma, B pesysibTaTe Yero IeKapCTBEHHOE BELLECTBO MOXKET aKKYMY/IMPOBATbCA B OpPraHax M TKaHAX U
ero nobou4HbIn apdeKT Bo3pacTaerT.

fen CYP2C9 - Hambonee Wu3BECTHbIM GapMaKoOreHeTUYeCKUIA MapKep onpeaensowmii  metabonansm
aHTUKOArynaHTa BapdapuH 1 nmeet 60NbLIOE KAMHUYECKOE 3HaYEeHWe ANA OLEeHKM pucka H/IP 1 Bbibopa A03bl
npenapata. Apyrumm cybectpatamm CYP2C9 aBnsoTca 610KaToOpbl peuenTopoB aHrmoteHsuHa, HIBC,
npenapaTbl Cy/IbGOHUIMOYEBMHDI, AHTUAEMNPECCAHTbI — LUTANONPAM U CEPTPASMH.

BapuaHT *1/*1 — cooTBeTCTBYeT HOPME WM HOPMa/JbHOW aKTMBHOCTM AAHHOTO LMTOXPOMa («HOPMasbHbIM
meTabonusep»). Annenn *2 un *3 NpuUBOAAT K CHUMKEHWIO aKTUBHOCTM paboTtbl CYP2C9 u 3amenneHuio
meTabonmsma cybctpatoB («mMeasieHHbI  meTabonusep»). [puem NeKapcTs, MeTabonnm3m  KOTOpPbIX
ocywectsnsetrca ¢ ydactuem CYP2C9 y «meaneHHbix meTabonv3epoB» NPUBOAUT K BbICOKOMY PUCKY
HeXKenaTesIbHbIX JIEKAPCTBEHHbIX PEeaKUMi n TpebyeT MOBLILEHHOrO KOHTPOAS TepanuuM WauM Bblbopy
a/IbTEPHATMBHOIO SIEKAPCTBEHHOTO CPeACTBa.

3AKAIOYEHUE

Mo uccaeAyeMbIM reHETUHECKMM NPEAUKTOPAM PUCK QAAMTUBHOIO MOBEAEHUS U
KOMMNYAbCUBHOTO YNOTpebAeHUs NULLLU CPeAHENONYAALLUOHHBIN.

Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUUECKMX MapKepoB U UX GyHKLMOHANOM MO HanpaBaeHUIo
npepacrasneH B Buae Tabnunubi

leH RS FeHoTUN DyHKUUA UHTepnpetauma
DRD2/ANKK1 rs1800497 G/G leH doghamuHo8020 He sbisigrnieHo 2eHemu4ecko2o hakmopa
peuenmopa 2 muna. pUCKa a00uUmMuBHO20 MosedeHus.
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NMPUNOXKEHUE Ne 1

Ha cerogHAaWHMIA AeHb AOKa3aHa 3aBUCUMOCTb MeXAay NoJMMOPGU3MaMU B reHax CUCTEMbI AeTOKCUKaLMK U
MeTaboIM3MOM Pa3INUHbIX NIEKAapPCTBEHHbIX MpenapaTos. Cnepyer yBeAOMMTb feuyallero Bpaya npu
Ha3HauYeHUU cnefyrWUX MeAUKaMEHTO3HbIX cpeacTs (C uenblo noadbopa MHAUMBUAYANLHOW A03UPOBKU U
CXembl Npuema npenaparta B COOTBETCTBUM C Balumm reHoOTMMNOM):

- cepAeyHble InKo3uabl, 610KaTOPbl MeA/IeHHbIX KaJbLUMEBbIX KaHAN0B, MaKpoauAabl, umMTocTatnkn (MDR1-
obycnoBneHHbIe npenapaTbl).

Mpwn aHanu3e reHoB ankoronbaernaporeHassl (ADH1B) n anbgerngaernaporeHasbl (ALDH2) BbiaBAeH reHOTMN
A/A no reHy ADH1B, 06ycnaBivBatoLLMi1 3HAUMMOE CHUMKEHME YPOBHA U CKOPOCTU MeTabo/iM3ma anKorona.

KAnHMYeckme ypoBHM aHHOTAL MM JOKA3aTENbCTB

o Level 1a
CPIC guideline or known } high
clinical implementation * Level 1b
Level 2a <
o moderate
variant in PharmGKB VIP = Level 2b o
)
™
Level 3 low
Level 4 preliminary

B MHTEPNpPEeTaunn NPUCYTCTBYHOT CBedEeHbA MMeLWMneca Ha MOMEHT eé BbINOJIHEeHMA B Hay4HbIX 633ax AaHHbIX:
http://www.pharmgkb.org , http://www.ncbi.nlm.nih.gov .

B cnyyae nposeaeHuA AanbHEULWUX UCCNEAO0BAHUA MOTYT MOABUTLCA AOMONHEHWMA U YTOYHEHMA, A TaKXkKe
MHPopMaLMA Mo papMaKoreHeTUKe APYrux IeKapCTBEHHbIX CPeACTB.

AHHOTaUMKN NpeacTaBAAOT COOON KpaTKoe pe3tome peKoMeHAaLMIi Mo AO03MPOBaHUIO Ha OCHOBe reHoTuna. U
OCHOBaHbl Ha peKOMeHAALMAX:

CPIC — KoHcopLmym No nHTeprnpeTaLmm KAMHUYECKOW GapMaKoreHeTUKM

DPWG KoponeBckan roifiaHAcKas accoumanma passmutua dapmaumm — paboyas rpynna dapmaKkoreHeTuKu
CPNDS KaHaackaa papmaKkoreHeTnyeckan ceTb 6e30MacHOCTU IEKAPCTBEHHbIX CPeACTB
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CNUCOK aHTUArperaHToB U AaHTUKOAryNAHTOB

reHomun

ACIMUPUH
YposeHsb
dokazamenbHocmu

UHmepnpemayua

CYP2C19 Rs12248560 C/C(*1/*1) Level 2B MosblweHa 3hHeKkmusHOCMb  ACNUPUHA 8 KAYecmee  CHUMEHUS
CYP2C19 Rs424485 G/G (*1/*1) Level 2B 4acmomel  UHCYsbmos, 30  c4em  [OHUMEHHOU peakmusHocmu
mpomboyumos.
ITgA2 Rs1126643 c/C Level 3 osblWweHa 3¢hheKmusHOCMb ACMUPUHA 8 KaYecmee AHMUKoa2yAAHmMa.
ITGB3 Rs5918 /T Level 3 CmaHOAapmHasa aghheKkmusHOCMU ACUPUHA 8 KaYecmee
aHmMuKoaaynaHma
K/IOMUAATPET
reH RS reHomun YposeHb UHmepnpemayua
doKkazamesnbHocMuU
CYP2C19 Rs12248560 C/T (*1/*1) Level 2B lMosbiweHa aghhekmusHOCMb Kaonuoazpesn
CYP2C19 Rs424485 G/G (*1/*1) Level 1
CYP2C19 Rs4986893 G/G (*1/*1) Level 1
[PACYPTEJ1
ren RS FeHomun YposeHb UHmepnpemayua
doKasameneHoCMu
CYP2C19 Rs12248560 C/T (*1/*1) Level 3 [MoHuUMceHHbIl puck KpogomeveHus
CYP2C19 Rs424485 G/G (*1/*1) Level 3 Habadaemcs 6onee HU3KUL ypo8eHb 8bICOKOU peakmusHocmu
mpomboyumos rnpu Ae4yeHuu 8 meveHuu 1 mecaya.
BAPOAPUH
reH RS reHomun YposeHb UHmepnpemayua
dokazamesnbHoCcMuU
CYP2C9 Rs1057910 C/A (*1/*3) Level 1A PekomeHO08aHbI  6osee  Hu3Kue — O03UPOBKU,  UMeemcs  PUuckK
CYP2C9 Rs1799853 C/C(*1/*1) Level 1A KposomeueHuli
VKORC1 Rs9934438 G/G Level 1A Moeym nompebosamscs 60nee HusKue 003UposKu

[lns TO4HOTO pacyeT f03UPOBKM BapdaprHa BOCMOAb3YTeCh Nporpammoit: http://warfarindosing.org

Cnucok HMNBC

HecmepoudHsle npomusocnanumensHsie npenapamel: ANK/TI0PEHAK, LIE/IEKOKCUB
UHmepnpemayusa

reHomun

YposeHb

CYP2C9

Rs1057910

C/A (*1/*3)

dokaszamensHocMu
Level 1A

CYP2C9

Rs1799853

C/C(*1/*1)

Level 1A

MosbliweH pucK H(es1yO04HO-KUWEYHBIX
PekomeHOytomcs noHu#eHHble 003UPOBKU.

KposomeyeHud.

CnUCOK rpynn aHTUrMNepTeH3UBHbIX NpenapaTos

B-adpeHob10Kkamopel: 6UCOMPOs10sa, Memonpososa, ameHos0s, 6emakcosos, Kapeeodusos, Hebusasos, MPonpPaHooa

ren RS FeHomun YposeHb UHmepnpemayua
‘ dokazamesnsHocmMu
ADRB2 Rs1042713 G/A Level 2B CmaHOapmHbIl omeem Ha mepanuro
ADRB2 Rs1042714 c/G Level 2B CmaHOapmHsbIl omeem Ha mepanuro
Memonponon
CYP2D6 Rs3892097 C/T (*1/*1) Level 2A CmaHOoapmHsie A03UpPOoBKU.
CYP2D6 Rs35742686 T/T (*1/*1) Level 2A
AmeHonon
ADRB2 Rs1042714 | c/G I Level 3 YmepeHo noHuxceHHbIlU puck 2unepmpuzauyepudemuu
Kapeedusnon
CYP2D6 Rs3892097 C/T (*1/*1) Level 3 CmaHdapmHbie A03UpPOosKU.
CYP2D6 Rs35742686 T/T (*1/%*1) Level 3
UHaubumopesi AT1®: Kanmonpus, 3HaAanpus, go3UHONPUs, MOIKCUNPUSI, NepuHAonpus, K8aHonpu
reH RS reHomun ‘ YposeHb WUHmepnpemayusa
dokazamesnsHocmu
CYP2D6 Rs3892097 C/T (*1/*1) Level 2 CmaHdapmHbIli omeem Ha mepanuro
CYP2D6 Rs35742686 T/T (*1/*1) Level 2
Kanmonpun
ACE Rs4646994 | i/ | Level 2A | CmaHdapmHeili omeem Ha mepanuro
SHananpun
ADRB2 Rs1042714 c/G Level 3 /[na nayueHmos c eunepmpogpueli 1esoeo 1esnyo0o4ka mepanus
Moxem umems pe3ynbmam 6onee 60bwe20 % CHUMEHUA UHOeKca
7188020 HcesnyO0o4Kd.
lepuHdonpun
ACE | Rs4646994 [ 1 | Level3 | Cmarndapmnbiii omeem Ha mepanuto
KeaHonpun
ACE | Rs4646994 | i/ | Level 3 | CmaHdapmHbili omeem Ha mepanuro

[na moakcenpuaa HeT reHeTUYECKUX NPeSUKTOPOB

bnoKamopbl peyenmopos aH2UOMeH3UHA: 8a/16COPMAH, u6epcapmaH, /10COPMAH, KGHaECGpmGH, mesiMmucapmad, arnpocapmaH
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reHomun YposeHob

dokazamenbHocmu

UHmepnpemayua

CYP2C9 Rs1057910 C/A (*1/*3) Level 1A *1\*3 ymepeHHOe CHWMXKeHWe aKTUBHOCTM LMUTOXPOMa, - pUcK HJIP

CYP2C9 Rs1799853 C/C (*1/*1) Level 1A MOBbILLIEH HE 3HAYUTE/IbHO
CybcTpatamu CYP2C9 ABNAOTCA KaHngecapTaH, Jlo3apTaH,
TenmucaptaH, MpbecapTaH; Npu HOCUTENLCTBE MEeANIEHHbIX annenein
[aHHOIO reHa UX KAMPEeHC MOXKET 3ameanaTtbca. He meTabonusupyerca
CYP2C9 BanbcapTaH, dnpocapTaH;

ACE Rs4646994 I/l Level 3 CmaHOapmHsbIl omeem Ha mepanuro

[ina 8anbcopmaHa, 3MpocapmaHa 2eHemu4eckux npedukmopoe Hem.

CnUCOK aHTUAEeNpPeCcCaHTOB

AHmMudenpeccaHmeol:

CenekmugHsle uH2ubUpopsl 06aMHO20 30X8aMA CEPOMOHUHA: YUMAONPAM, 3CYUMAonpPam, ¢ay8oKCaAMUH, yoOKCUMUH, , TAPOKCEMUH
CenekmugHsle uH2ubUMopsI 06paMHo20 3ax8ama HOPAOPEHANUHA U CePOMOHUHA: 8EHAAMAKCUH

HopadpeHepauyeckue u cneyuguyeckue aHmuoenpeccaHmel: Mupmasanux

ren RS reHomun YposeHob UHmepnpemayua
dokazamesnbHOCMU

MupmasanuH
CYP2D6 Rs3892097 C/T (*1/*1) Level 2A CmaHOapmHbIl omeem Ha mepanuro
CYP2D6 Rs35742686 T/T (*1/*1) Level 2A

BeHnagpakcuH
CYP2D6 Rs3892097 C/T (*1/*1) Level 2A CmaHOapmHbIl omeem Ha mepanuto
CYP2D6 Rs35742686 T/T (*1/*1) Level 2A

Humonanpam
CYP2C19 Rs12248560 C/T (*1/*1) Level 1 CmaHOapmHeili omeem Ha mepanuro
CYP2C19 Rs424485 G/G (*1/*1) Level 1
CYP2C19 Rs4986893 G/G (*1/*1) Level 1
HTR2A rs7997012 G/G Level 2A CHUXteHHbIl omeem Ha sie4eHue yumasnonpamom

Ayumanonpam*(cm.npumedarve)

CYP2C19 Rs12248560 C/T (*1/*1) Level 1 CmaHOapmHeili omeem Ha mepanuro
CYP2C19 Rs424485 G/G (*1/*1) Level 1
CYP2C19 Rs4986893 G/G (*1/*1) Level 1

hnysoKcamuH
CYP2D6 Rs3892097 C/T (*1/%) Level 1 CmaHOapmHsbIl omeem Ha mepanuro
CYP2D6 Rs35742686 T/T (*1/%1) Level 1

lNapokcemuH
CYP2D6 Rs3892097 C/T (*1/*1) Level 1 CmaHdapmHbIli omeem Ha mepanuto
CYP2D6 Rs35742686 T/T (*1/*1) Level 1

CNUCOK HelPONenTMKOB

HeliponenmuKu: pecrupudoH, X10pnpomasuH, TpudnayonepasuH, aydeHasnH, ranonepuao, K1o3anuH, KBeTUanvH, apununpason,

reHomun YposeHb UHmepnpemayua
dokazamenbHocmu
PecriupudoH
CYP2D6 Rs3892097 C/T (*1/*1) Level 2A CmaHOapmHsbIl omeem Ha mepanuro
CYP2D6 Rs35742686 T/T (*1/*1) Level 2A
ANKK1 Rs1800497 A/A Level 2B rosblWeHHbIU puck Mob6o4YHbIX 3ghchekmos, 8Ka4asa
2unepnposaKMuUHeMUIo U y8esuyeHue 8eca, Ho CHUXAemcs pucK
no30Hell OUCKUHe3UU MpuU AeYeHUU GHMUNCUXOMUYecKuUMuU
npenapamamu
raaonepuaon
CYP2D6 Rs3892097 C/T(*1/*1) Level 2A CmaHOapmHsIl omeem Ha mepanuro
CYP2D6 Rs35742686 T/T (*1/*1) Level 2A
COMT rs4680 G/G Level 3 MOHUMCEeHHbIU PUCK pa3sumus 3KCMpanupamuoOHbIX CUMITMOMO8 Mpu.
71e4yeHuU 2aa0nepudonom
KnosanuH
A/A Level 2B rnogblweHHbIl puck Mo6oYHbIX agppekmos, 8K/0YaA
2UNeprnpoNakmMuHeMur0 U ysesnuyeHUe B8ecd, HO CHUMAemcs pPuck
no3dHeli  OuckuHe3uu  Mpu  se4eHUU  AHMUICUXOMUYECKUMU
ANKK1/DRD2 rs1800497 npenapamamu
apununpason
CYP2D6 Rs3892097 C/T (*1/*1) Level 2A CmaHdapmHbIli omeem Ha mepanuto.
CYP2D6 Rs35742686 T/T (*1/%1) Level 2A
ONaH3anuH
GG Level 2B nogblweHHbIl puck Mo6oYHbIX agppekmos, 8K/1OYaA
2unepnposaKMuUHemMuto U yeesnuyeHUue e8ecd, HO CHUMAemca PuckK
no3dHell  OuckuHe3uu — M[pu  se4eHUU  AHMUICUXOMUYEeCKUMU
ANKK1, DRD2 rs1800497 npenapamamu
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CNUCOK NPOTUBOCYA0POXKHbIX NpenapaTos

IMpomuegocydopoxcHble: heHUMOUH, KapbamasenuH, KAOHA3ernam, 8as16IPOesas KUcaoma, 1esupayemam

reHomun YposeHb WHmepnpemayus
0doKazamenbHoCMu
DEeHNTONH
CYP2C9 rs1799853 C/A (*1/*3) Level 1A MosbiweH puck nobo4Hbix delicmauli
CYP2C9 rs1057910 C/C(*1/*1) Level 1A
KapbamasenuH
EPHX1 Rs2234922 A/A Level 2B PeKomeHO0B8aHbI MOHUMCEHHbIE O03UPOBKU
EPHX1 Rs1051740 T/T Level 2B MoHuxeHHbIl memabonuzm, mpebyromca 6onee HU3Kue 003UPOBKU
KnoHazenam
NAT2 *4,*5,%6,*7 *1/%2 Level 2A MedneHHbIli  auemuaamop»  MOBbIWEH  PUCK  HeXenamesnbHbIx
71eKapCMeeHHbIX peakyul

Cnucok npenapatoB meTtabonusyrowmiica yuepes cuctemy NAT2

Ckopocmb
Mpenapam ayemunuposaHus KnuHuyeckue nposgneHus

Baw pe3ynbmam
U3oHua3ud NAT2*1/*2 e b0/bWasA CKAOHHOCMb K pa3suMUIo rnepugepuveckux Heepumos npu cmaHoapmHom 003UposaHUU

CHuxceHa e b0abWAA CKAOHHOCMb K MOB0YHbBIM 3¢heheKmam npomusocyO0OpoOHHO20 npenapama heHumouHa npu

ymepeHHo COBMECMHOM MPUMEHEHUU

®  BbiCOKasA 8epoAMHOCMb M08bIWEHUSA YPOBHA BUAUPYOUHA U MPAHCAMUHA3 8 N71a3Me Kposu npu
COBMECMHOM MPUMEHEHUU € pUaMIUYUHOM
lFudpanasuH (anpeccuH) ®dakmop pucka nosAeaeHuUs aHmMuUA0epHbIX AHMUMes U 8014aHOYHO20 CUHOPOMA
SASP (memaboaum HeckonbKo bonee sbipaxceHHbIl 3¢hghekm npu nevyeHuU peemamoudHelx apmpumos. Yawe pazsusaromcs
cynbghonupuduHa) M060YHbIE PeaKyuu, 2eMamosi02u4eckKue u 2aCmpouHMeCcmuHasbHble.
DDS (daricoH) bonbwe eemamosozuyeckux noboYHsIx 3¢hghekmos
lpokauHamud boAbWas CKAOHHOCMb K PA38uMUIo Uau PaHHEMY MOAB/AEHU0 8014AHOYHO20 CUHOPOMA
lFen CISLIIIS MpenapaThbl 2]
meTabonnsma penap eKomeHaaunn
GSTM1 Rs4880 Chucen
Del/del
CHUMCeHUe CKopocmu 8blgedeHuUs HEKOMOPbIX XUMUYECKUX
MonynayuoHHbIl
GSTT1 g 5
" sapuaHm Mpenapamoi ogblweH pucK 2enamomoKcu4HoCmu, HelipomoKcu4HoCmu
xumuomepanuu npu npueme AeKaPCmMeeHHbIX cpedcms.

GSTP1 Rs947894 CHUMCEH AHmubuomuku PekomeHA0BaHA COMyMCcMBYowas mepanus o yay4weHuto

G/A

GSTP1 Rs1138272
c/c

MonynayuoHHbIl
esapuaHm

cucmemeol demOKcummuu
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NMPUNOKEHUE Ne 2

OBLUME PEKOMEHOALWN MO ONTUMU3ALUNN PALUOHA:

e [lpvem HacCbIWEHHbIX XMPOB A0/MKEH cocTaBaATb MeHee 10% Bcex noTpebnsiembix Kanopuii. Heobxogmmo
BbIOMPATb HEKMPHbIE KYCKM MSICA UM CPe3aTh XKUP C HEro nepes NPUroToBAEHUEM MAULLM.

e MsACo MAM NTULA AOMKHbI NPUTOTaBAMBATLCA TaKMM 06Pa3oM, YTODbI OHM HE HAXOAMAWUCL MPU 3TOM B KUPE
(*kMp OoMKeH cTeKaTb), He3aBUCMMO OT cnocoba 0bpaboTKu: obKapuBaeTca N B AYyXOBKe, NOZ MPEccom Uau
neyercs, TywmTCA.

e KoXa NnTuubl nepes NpuUroToBleHMEM NULLM yaandeTca, a noaydabpukaTbl UHAEWKU nydlle Boobuie He
MCMNO/Ib30BaTb, TaK KaK OHM YaCTO COZEPKaT BNPbICHYTOE TyAa HACbILLEHHOE KOKOCOBOE Mac/o.

e MACHOW NUAW KYpUHbBIN BYNIbOH, OTBAP M CyN AO/IKHbI OXNAXKAATbCA 418 TOrOo, YTOObl 3aTBEPAEBLUMIA KUP MOXKHO
6b1710 bbl y6paTb C NOBEPXHOCTU.

e OBOLLM MNOT/IOLLAIOT }KMP W, CIeA0BaTe/IbHO, HUKOTAA HE A0/KHbI MPUTOTOBAATLCA COBMECTHO C MACOM.

e He noaropatouias nocyaa CHUXaeT NoTPebHOCTb B Macae U ero 3amMeHuUTenNsx.

e Jlyywe MCnoib30BaTb 06e3}KMPEHHbIE UM MaJIOKUPHbIE 3aNpaBKM 414 canaToB (Coycbl) HANPUMEpP: IMMOHHbIN
COK, MaNOXXMPHbIN AOrypT, TBOPOXKHbIE Cbipbl, B36UTblE BMECTE.

e Macno unm maprapuH moryT 6biTb B36UTbI C XO/104HOM BOAOW MUKCEPOM A5 TOrO, YTOObI MOMYYNTb NPOAYKT C
HU3KUM coaepyKaHMeM Kanopuii. [lainTe macny i maprapuvHy pasmarduTbca nepes ynotpebneHnem Tak, Ytobbl
MOKHO 6bI/10 HAMa3bIBaTb X TOHKMM C/I0EM.

e llenecoobpasHo He £06aBAATb MAC/O, MOJIOKO UAWN MAPrapuH Npu NPUroToBAEHUW TaKMX MPOAYKTOB, KaK pUC,
MaKapoHbl, KapTodenbHoe ntope. MakapoHam 3TO He HY)KHO; BKYC puca ny4lle 060raTuTb C MOMOLLbIO 3€/1eHMU:
NIYKa, TpaB, Cneuuii, ykpona uav neTpywku; B Kaptopenb aydlle 406aBAATb MaNOKMPHbIA MOTYPT UK CIUBKM.

e 3aMeHATb UE/NbHOE MOJIOKO O00Ee3KMPEHHbIM WM  MaNoKUPHbIM  BO BCEX KY/JIMHAPHbIX peLenTax.
KoHUeHTpMpoOBaHHOE 06€3KMPEeHHOE MOJ0KO, B3OUTOE B OXNAXKAEHHOM MMUKCepe, ABAAETCA XOPOLUMM
3ameHuTeNnem ana boa, Tpebyowmx Kpemos.

e Jlyywe m3beratb HEMOOYHbIX 3aMeHUTeNei B3BUTbIX C/NIMBOK, TaK KaK OHM 0B6bIYHO 60raTbl HaCbILLEHHbIMM
XUpamu (NasbMOBbIM UM KOKOCOBbIMW Mac/iamMm).

e TywKTb OBOLUY MOKHO B KYpMHOM OTBape, Oy/ibOHE WAM BUHE BMECTO Mac/a, MaprapMHa UaM pPacTUTesIbHOro
macna.

e [lopuuun 61104, copepykawme 60/bLLIOE KOMYECTBO KMUPA U XONeCTepuMHa A0/KHbI ObiTb HEGONbWNMK, B TO
BPeMsA Kak pasmepbl NOpLMit oBowwEen, GPYKTOB U APYTMX MaANOKUPHbIX NPOAYKTOB — YBEANYEHHbIMM.

e lcnonb3oBaHuWe NPOAYKTOB, 6OraTbiX XONECTEPUHOM, TAKUX KaK ALA U BHYTPEHHME OpraHbl XXMBOTHbIX (NeYeHb,
MOYKM, MO3MM), OrpaHMYeHo. B Hedento pekomeHAyeTcs cbefaTb He 6osee 2 ANYHbIX KENTKOB, BK/OYas Te,
KOTOpble MCMO/b30BaHbl MPU BbiMeYKe. Benkn Al He copepraT HUKAKOro XOMecTepuHa, M OHU MOryT
notpebnaTbea yalle.

e PerynApHble 3aHATUA GU3MYECKMMM YNPaXKHEHUSAMM MOMOraloT KOHTPO/IMPOBATb Maccy Tesa W MOBblWakoT
YPOBEHb IMMOMNPOTENA,0B BbICOKOM MIOTHOCTU B KPOBM.

e [JlobaBneHve B pPauUMOH MPOAYKTOB, COAEPXKALLMX MULLEBblE BOJIOKHA, MPUBOAMUT K CHUMKEHMUIO YPOBHA
XonecTepuHa.

e PeKomeHA0BaHO NpoBeAeHME Pa3rpy30UHbIX AHEN.

e KMBOTHbIN KNP, COAEPXKALLMACA B MOJIOKE U Cbipe, COAEPHKUT BO/blUE HACBILEHHbIX }KMPOB, YBEIMUYNBAIOLLNX
YPOBEHb XONEeCcTepuHa B MasmMe, YeM KMPbl B KpacHOM msAce M ntuue. CneposaTtenbHO, HeobxoAumo
MCMNo/Ib30BaTb 06e3)KMpeHHoe uan 1% MOJIOKO, Cbipbl, MPUTrOTOB/IEHHbIE U3 0BOE3KMPEHHOTO MoJsIoKa. [arke
YacTMYHO 06e3XKMPEHHOE MOJIOKO, WCMO/b30BaHHOE ANA TMNPUrOTOB/AEHMA Cblpa, WMMEEeT MOBbILEHHOE
coaeprKaHue *Kupa.

e TaKue MOpPCKME NPOAYKTbI, KaK MOJIIIOCK U KPEBETKA, COAEPXKAT MaJio XKu1pa, HO MOTYT CAEP!KaTb OTHOCUTE/IbHO
BbICOKMI YPOBEHb X0/1€CTEPUHA.
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OXEHUE Ne 3

néutopsbl 1 dpasbi:
®  3/IMMMHALMA U OrpaHUYeHMe NOCTYMNNEeHUA TOKCMHOB

KYPKYMUH
CUVMApPUH

rpenndpyt

OCTpbI NepeL,

NyK

OJ/INBKMU

KBEpLLEeTUH

BUTaMUHbI rpynnbl B (Bi, B, Bs, Be), XonuH
MarHu, UMHK, cenex

KYPKYMUH
AHTUOKCUAAHTbI

anbda-nmnoesas KMcaoTa

rYyTOKCUM

AL,

AMUHOKMCNOTbI

MCM, MeTnoHWH

donmeBas KNCAOTA, BUTAMUHbI rpynnbl B

renaTonpoTeKTopbI

3/NNarnHoBas KMcnoTa*(manuHa, ecHan 3eMNsAHMKa, MOPOLLKA, EXKEBUKA, K/THOKBA, rpaHarT)
po3mapuH

APTULLOK

CUIMMAPUH

60p, MMTUIN, MONNBAEH, UMHK (KOodaKTopbl)

NOYHKLUMOHANbHbIE MOAYNATOPSI:
®  KYPKYMWH
®  CUAMMApUH
®  BUWTAaMMHbI rpynnbl B
®  3/1/1arMHOBas KUCIOTA




NMPUNOXKEHUE Ne 4

MpumepHoe meHo*:

[EHb 1

3aBTpakK

MongHuK

JEHb 2

3aBTpakK

MongHuK

CbIpHUKK C Arogamm (Ha
TBOpOre)

06.1ennxoBbliA KOMNOT

CbipHUKM — A, B12, 6enok

06.1ennxoBblA KOMMNOT -
dHTUOKCUAAHTbI

Mo pgaHHOMY reHoTUNy WHAMBUAYaNbHaA
Hopma notpebneHuna BuTamuHOB Bo, B2
omera-3 Bbiwe Ha 30-50%

CbIpHMKM MOXKHO 3aMEHWUTb Ha rpeyeckui
MorypT, NPOCTOM HEXUPHBII TBOPOT

OBOLLHOW CyN U3 3e/1eHU U
KOPHEMNI040B CO CMETAaHOM

MNeyeHasn daconb B
TOMaTHOW NacTe C YECHOKOM

OBOLLHOWM Cyn - KNeTyaTka,
donnesan Knucnorta

MeyeHas dpaconb - BUTAMUHbI
B, Bs, 6€n0K,
dochatmannxonmH

PerynapHo pob6asnsaiite 6060Bble B
pauMoH (KOHTPOAb caxapa B KpPOBW,
KneTtyaTtka)

lopcTb opexos (MMHAAND,
dyHAYK)

Opexu - 6enok,

No/IMHEHACbIWEHHbIE KUPHbIEe
Kucnotbl, B2, Bs, By, E, omera-3
(ocobeHHo B rpeLKkmx opexax)

Mcnonb3yinte ntobble opexu No BKycy
(rpeuknin, dyHAYK, MMHAANbL - OAHU U3
NyYLIKnX)

OBoOLLHOW canat us
JINCTOBbIX OBOLLEN, 3EN1EHN,
KOPHEN/IOZ0B U JIbHAHOTO
Macna X010 JHOTO OTXKUMA

Takol canat 6yaeT obnagaTb
BUTAaMMHAMMN MUHEPANaMM,
KNeT4yaTKoM, BUTaMUHaMU A,
omera-3

MOHO MCMONb30BaTb pasHble BUAbI
oBowen u pobaensnTe  NpPUAMYHOE
KO/IMYECTBO 3e/eHN (NbHAHOE Macno —
nvaep no omera-3)

OmneT n3 2 anu, ¢
0BOLLAMM
YepHbI yal

Omnet c oBowamu — A, Bio, E,
omera-3

YepHbIl Yalh - aHTMOKCUAAHTbI

Mo paHHOMY reHoTMny MHAWBWUAYA/bHaA
HopmMa notpebneHuns BUTaMUHOB Bg, Biz
omera-3 Bbiwe Ha 30-50%

Alua — xopowui NpPOAYKT noj Ball
reHotun (40 6 AnL, B HeAeNo — CMeno)

BbacmaTu puc € Tyl eHbIMM
0BOLLAMM U KYPUHBIM
MACOM

TbIKBEHHbIN Kpem-cyn

Puc 6acmatu c oBowamm - Be, Bg
KypaTuHa — B12, 6enok

Kpem-cyn - KnetyaTka, MMHepansbl

MoskeTe MCNoONb30BaTb Apyrve  BUAbI
puca, 3aMeHWTb Ha rpeYyky Wau apyrue
Kpynbl

Yawka arog, (1obumble no
BKyCY)

Aroabl - aHTUOKCUAAHTSI,
MUHepanbl, ¢OJ'IMeBaﬂ KMUCNoTa

PerynspHo cbepaiTe pasHble Aroabl Kak
WCTOYHUK MUHEPANOB M aHTUOKCUMAAHTOB
(Hanpumep, mannHa, YepHUKa, KNyBHMKA

n apyrue)

3aneyeHHasn pblba KUPHbIX
copToB (Hanpumep, TyHeL,)

3aneyeHHble OBOLIU
(kapTodenb, MOpKOBb, YK
W Apyrue no BKycy)

Pbiba - omera-3, By, E

OBOLWWM - KNeTyaTka, MMHepansbl

Cvepaiite pblby He 6onbwe 3-4 pa3 B
Hefento Kak UCTOYHUK omera-3 v Bz
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[EHb 3

3aBTpakK

MongHuK

[EHb 4

3aBTpakK

MongHuK

PucoBas Kalwa Ha mosioKe
(ecnu Het
HemnepeHoCcMMOoCTH) co
CBEXMMMU Arogamm

PucoBas Kalua - BUTamMuH Bs,
B2, E

Aroapl - dJOIIMEBaH KMUCNOTa

Mo AaHHOMY reHoTmny
WUHAMBUAYAbHAA HOopMa
notpebneHma BuTammHoB Bg, B2

omera-3 Bbiwe Ha 30-50%

MoskeTe Mcnosb3oBaTb
anbTePHATMBbIE WCTOYHMKM MOJIOKA
(Hanpumep, MONIOKO Ha pacTUTeNbHOW
ocHoBe)

Cyn 13 pasHbIX BUA KanycT
C KapTodenem

[peyHeBan Kalwa ¢
UHAEeNKomn

Cyn-pacconbHUK - MUHEpPanbl,
KNneTyaTKa

IpeyHeBan Kawa - ponnesasn
KMCOTa, MMHEpansbl,
KneTtyaTtka, Bs, B1z, E

PerynapHo rotoBbTe pasHble BUAbI
cynos

PEYKY MONKHO 3aMEHUTb Ha pUC
(»kenaTenbHo B obonouke)
NHAENKY MOXKHO 3aMEHUTb Ha KypuLy

lopcTb opexos (MMHAAND,
dyHAYK)

Opexu - 6enok,
MONIMHEHACHILLEHHbIE }KUPHblE
Kucnotbl, B, Bs, Bs, omera-3
(ocobeHHO B rpeLKnx opexax)

Mcnonb3yiTe nobble opexu no BKyCy
(rpeuknin, GyHOYK, MUHAANb - OAHMU
U3 lyyLumx)

MNeyeHbl KapTodenb

OBOLLHOW canat c
JINCTOBbIMM OBOLLLAMMU,
KOPHENI04aMM 1 3e/1eHbIo
C /IbHAHBIM Mac/ioM
XO/IOAHOTO OTKUMA

MeyeHblit KapTodenb -
CNIOXKHbIV yrnesoa, Bs

OBoLwHOI canat - bponnesas
Kucnota (Bs), E,
aHTMOKCUAAHTbI, oMera-3
YUPHbIE KUCNOTbI

Kaptodenb MOXKHO 3amMeHUTb Ha
6atart (cnagkuin Kaptodenn)

OBOLLHOW canaT genante u3 pasHbIX
NobUMbIX oBoOLLE

KyKypy3Has Kawa Ha
MOJIOKe ¢ fobaBneHnem
cyxodpyKTOB (Hanpumep,
YyepHoCcAuB)

KyKypy3Has Kawa - Be, B12, E,
KNeT4yaTKa, MMHepanbl

Mo AaHHOMY reHoTmny
MHOMBUAYabHas Hopma
notpebneHMa BUTamMMHOB Bo, B2
omera-3 Bbiwe Ha 30-50%

PerynapHo pgenaiite  pasnuyHble
Kawm (Ha MOJIOKe, nmbo
pacTUTe/IbHbIX aHaaorax)

MaKapoHbl U3 Non6bI
Canat u3 orypuos, 3eneHu

MakapoHbl 13 nonbbl - 6enok,
BMTaMMHbI rpynnbl B

MaKapoHbl MOHO 3aMeHUTb Ha
rpeyvyky n apyryto Kpyny

(nmctoBble canatbl, | OBowHoOM canat - d¢onmnesan | OBOLLHON canar Tpebyet
neTpyLKa, yKpon n | kKucnota, BuUTamMuHbl E, Be, Bo, | pasHoobpasua  (pasHble  Buapl
apyrve) c NIbHAHBIM | omera-3 KMpHble KUCNOTbI 3eneHun)

Mmacaom Cyn u3 Bogopocnel - inoa,

Cyn u3 Bogopocneli n KNeTyaTka

ApYyrux oBoLen

lopcTb cemsaH noaconHyxa | CemeHa —E, KneTyaTka CemeHa — XOPOLWMWIN  WUCTOYHMK
VW TbIKBbI BUTamuHa E

Kyckyc c oBowamm

Kyckyc c oBowamm — BUTamMMUHbI
Bs, Bo, KNneTtyatka

Yepenyiite pa3Hble Kpynbl
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JEHb 5

3aBTpakK

MongHuK

JEHb 6

3aBTpakK

MongHuK

[Ba Aanua BCMATKY

CaHaBuY
(uenbHO3epHoOBOM) C
OBOLLLaMM

Aiua — A, B12, E, omera-3

CaHABMY - KNeTyaTKa, Be

Mo AaHHOMY reHoTuny
WHAMBUAYaNbHanA HopMa
notpebneHma BuTamuHoB Bo, B
omera-3 Bbiwe Ha 30-50%

He 6onblue 6 avu B Hegeno

OBoOLLHOWM cyn co
cMeTaHoM

YeyeBunLa B TOMaTHOM
coyce (c pobaBneHnem
oBOLLEN)

OBOLLHOWM Cyn - KNeTYaTKa,
MUHepanbl, Bz

Yeuesuua - 610K, KneTyaTka

PerynapHo pobasnaite B paymoH
6060Bble  (4euyeBMUa, HYT, Mmal,
daconb - HO B  Hebosbliom
KONNYecTBe)

CtakaH Kedupa

Kedup - npobuotnyecknii
npoaykT, Be, B12, D

Kedup moxkete 3ameHUTb Ha Apyrom
BUAO, KWUC/IOMOJIOYHbIX KaK WCTOYHUK
BUTaMUHa B12

KapTodenb 3aneyeHHbIin ¢
rpubamm
(wamnuHbOHaMM), NYKom
W APYTYMMM OBOLLLAMM

KapTtodenb c rpubamm -
KneTtyaTka, By, MuHepanbl

Echn ectb npobnembl c rpubamu -
MoOKeTe cmeno ybpatb

CbIpPHUKK C arogamm (Ha
TBOpOre)

0O61ennxoBblt KOMNOT

CbIpHUKK - B1a, E

0O61ennxoBbI KOMMOT -
aHTMOKCUAAHTDI

Mo OaHHOMY reHoTuny
WHAMBUAYaNbHAs Hopma noTpebneHus
BUTaMMHOB By, Bi2 omera-3 Bbiwe Ha
30-50%

CbIpHMKM ~ MOXHO  3aMeHUTb  Ha
rpeYyecknin MorypT, NPOCTON HEXKMPHbIN
TBOpOT

Boply Ha pacTutenbHoM
ocHoBe

/10610 NO-rPy3nNHCKK

bopuy - KneTyaTtka,
MUHepanbl

JNTobmo — BUTaMMHBbI TpynMbl
B, KnetuyaTKa,
No/IHOLLEHHbI 6efoK

Bopu, MorKeTe 3ameHWUTb Ha Jtobon
[APYrov cyn no Ballemy KenaHuio

daconb MOMKHO 3aMeHUTb Ha Apyrue
6060BblIe KyAbTYpbI

lopcTb opexos (MUHAAND,
yHayK)

Opexu - 6enok,
NoJINHEHACbILWEHHbIEe
UPHble KNCcnoThbl, B2, Bs, B,
E, omera-3 (ocobeHHO B
rpeLKunx)

Mcnonb3yite ntobble opexu Mo BKycy
(rpeukuit, dyHAYK, MUHZAANb - OOHU U3
NyyLnx)

OBoLwHOM canat u3
JINCTOBbIX OBOLLLEN,
3€e/1eHN, KOPHENI0[08 U
JNIbHAHOrO Macna
XONI04HOTO OTKMMA

Takolt canat byaer
obnanaTb BUTaMUHAMMU
MWHepanamu, KNeT4aTKo,
BUTaMMUHamMu Be, Bo, E,
omera-3

MOXHO WCNoNb30BaTb pasHble BUAbI
osouwen u pobasnaiTe npuanYHoe
KOZIMYECTBO 3eNeHU
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[EHb 7

OBcsiHaA Kalla Ha MOJIoKe
c cyxodpyKTamu
3eneHblli yamn

3aBTpakK

OBCsiHaA Kawa - BATaMUHbI
Bs, By, B12, E, mnHepantil,
KNneTtyaTka

3eneHblit yau -
nonndeHonbl,
AdHTUOKCUAaHTbI

Mo faHHOMY reHoTUNY MHAMBUAYAbHAA
HopMa noTpebaeHma BUTaMUHOB Bg, B12
omera-3 Bbiwe Ha 30-50%

OBCAHYIO Kally MOXKeTe 3aMeHUTb Ha
nobyto Apyryro

lpeyka c rpubamm 1 yKom

CBEKOJIbHbINM canart ¢
YeCHOKOM

lpeyka c rpubamu -
BUTaMMUHbI By, Be
CBEeKO/IbHbIN canart -
KNeTyaTka, MMHepasbl,
NoJIMHEHACbILWEHHbIE
KUPHbIE KNCNOTbI, By

CBeKNa - o4yeHb BaAXKHbIN NPOAYKT ANA
3p0poBbs  (perynapHo pobasnainte B
pauMoH B TEPTOM MW OTBAPHOM BUAE)

MongHuK

CrakaH Kedupa

Kedup - npobroTtuyeckuii
npoAaykT, B12, D

Kedup MmoskeTe 3aMeHUTb Ha Apyroi
BUA, KWUCNOMOJIOYHbIX KaK WCTOUYHUK
BUTamMMHa B2

3aneyeHHan pbiba KUPHbIX
COpTOB (TyHew, uaun apyrue
BMAbI)

KopuuHeBbili puc

Pbiba - omera-3, B1z, E

KopuyHeBbIN puc —
K/NIeT4aTKa, CIOXHbIN
yrnesog,

Cvepante pblby He 6onee 3-4 pas B
HeZesnto Kak UCTOYHUK omera-3 v Bz

*B MEHI0 He y4YTeHbl MHAMBUAYa/IbHble 0COBEHHOCTU:

— a/ziepruyecKkme peakumu;

— UHAMBUAYANbHbIE HEMEPEHOCMMOCTb ONpPeAENEHHbIX NPOAYKTOB;
— HE0CTAaTOYHOE KO/IMYECTBO GEPMEHTOB;
— 0c06EHHOCTb MMKPOBHOro bnopasHoobpasus;

— MOCTOMNEPALMOHHbIV Nepunos;

— nepunoa nocne XummoTepanmn n aytoTpaHCcnaaHTauunu,

— XPOHWN4ecKkmne 3a6oneBava;

— MOHOreHHble HacnheacTBeHHble 3abonesBaHuA.
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