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rMOCCAPUN

FeHeTKa yenoBeKa - 0OfHa M3 CaMbIX MONOAbIX U MEPCNEKTUBHbLIX HayK, AOCTUMKEHUA KOTOPOM
aKTMBHO MCMO/Ib3YIOTCA B COBPEMEHHOW NpeauKTUBHON (NpeaynpeguTensHoin) meanumnHe. CBeaeHus,
KOTOpble Mbl Nosy4aem, NpPoBOAA T€ WU UHble UCCNef0BaHUA reHOMa, MOMOratoT BallemMy Jieyaliemy
Bpayy B OLEHKE puUCKa pa3BUTMA 4YacTbix 3abosieBaHMin, nogbope ONTUMaNbHbIX [O03UPOBOK
JIEKapCTBEHHbIX MNpenapaToB, pa3paboTke MHAMBUAYANbHOrO MEHID W MPOTOKONAOB CKPUHMHIOBbIX
nporpamm. Kpome Toro, reHeTUyeckMe [AaHHble MOryT ObiTb MCNONb30BaHbl Ana  Bblbopa
npeanoYTUTENbHOrO TMNA CMNOPTUBHbBIX TPEHUPOBOK.

['@H — cTpyKTypHO-OYHKUMOHANbHAA eAMHMLA FeHOMa.

[eHOM - CcoBOKynHOCTb BCeil reHeTUYeckoi WHPoOpMauuM oOpraHM3ma. [EeHOM  COAEepMKUT
6uonornyeckyto MHGopmaLmto, HeobXoAMMYIO ANA NOCTPOEHMA N NOALEPKAHMA OpPraHM3Ma.

Xpomocoma — CTPYKTYPHbIE 3/1eMeHTbl fgpa KNeTku, cogeprkawme AHK, B KOTOpoW 3ak/atoyeHa
HacneacTBEHHAA MHGOPMaLMA OpraHM3ma.

MyTtauma (NaTtoreHHbliA BapMaHT) — HapylleHMe CTPYKTYpbl, KOAMYECTBa HaCAeACTBEHHOTO
maTepuana u/vam ero GYHKLMOHMPOBAHMA Ha Pa3/IMUHbIX YPOBHAX OpraHM3aumum (reHOM, XpOMOCOMa,
reH).

CornacHo mexayHapoaHbim pekomeHaaunam ACMG elle BblAeNAtoT:

BepoATHO NaTOreHHbI BAPMAHT — BapuaHT, KOTOPbI MOXET 6biTb KNaccUPUUMPOBAH 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 — nsmeneHne B HyKNEOTUAHONM NOCNEAOBATENBHOCTY MEXAY MHAMBUAYYMAMMU 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/NIbHBIA PUCK Pa3BUTUA MYNbTU(AKTOPHOrO 3a60/1€BaHMA MOMKET CYMTATbCA NOBbLILWEHHbIM UK
MOHMMEHHbIM B  33aBUCMMOCTM OT PEe3y/ibTaTOB MPOBEAEHHOIO  MOJIEKYAPHO-TEHETUYECKOTO
nccnepoBaHua. MNokasatenb abcolOTHOrO pucKa sABnsetca 6onee TOYHbIM, HO ero pacyeT Tpebyert
aHanM3a JOMONHWUTENbHbLIX MNOKasaTenel — Moa, BO3PacT, WUHAMBMAYaNbHbIA WM HACAeACTBEHHbIN
aHamHe3, 006pa3 KM3HW, YCNOBMUS Cpeapl, MOKasaTe/NuM aHTPOMOMETPUW, AaHHble 1abopaTopHbIX U
WHCTPYMEHTabHbIX 06Cnea0BaHN.
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Pa3BepHYTbIA CMUCOK UCCNe[0BaHHbIX FTEHETUUECKMX MAaPKepoB
npeacTasneH B Buae Tabauubi

leH RS M2:£:;M FeHoTMN lenH RS M::g:;m FeHoTMN
ABCB1 rs1045642 G>A G/A NAT2 Rs1799929 T c/c
ACE rs4646994 I>D I/D NAT2 Rs1799930 G>A G/A
ACTN3 rs1815739 CT Cc/T NAT2 Rs1799931 G>A G/G
ADH1B rs1229984 T c/c NOD2 Rs2066845 G>C G/G
ADRB1 rs1801253 C>G C/G NOD2 Rs2066844 T c/C
ADRB2 rs1042714 C>G C/G NOD2 Rs5743293 insC c/c
ADRB2 rs1042713 G>A G/A NPC1L1 Rs17655652 A>G G/G
AGT rs699 A>G A/G PLIN1 Rs894160 G>A A/A
ALDH2 rs671 G>A G/G PON1 Rs854560 T>A T/A
ALPL rs4654748 CT C/T PPARD Rs4253778 G>C T/C
AMPD1 rs17602729 G>A G/G REN Rs2368564 G>A G/G
ApoA5 rs964184 C>G c/C HTR2A Rs6311 T>C c/c
ApoA5 rs662799 A>G A/A TP53 Rs1625895 G>A G/G
ApoC3 rs2854117 T>C c/c TP53 Rs150200764 | Inslé6del Del/ del
ApoE rs:gﬁi& E2/E3/E4 E3/E3 P53 Rs1042522 | Pro72arg | Profarg
AR (CAG)n R/R <22R/<22R TPMT Rs1800462 *1/*2 *1/*1
ATGR1 rs5186 A>C A/C TPMT Rs1800460 *1/*3B *1/*1
ATGR2 rs1403543 A>G A/A TPMT Rs1142345 *1/*3C *1/*1
BCMO1 rs7501331 CT c/c TPMT Rs1800584 *1/*4 *1/*1
BCMO1 rs12934922 A>T A/T TSHR Rs1991517 G>C G/G
BHMT rs3733890 G>A G/G UcpP2 Rs660339 T c/c
CAT rs1001179 CT C/T ucp3 Rs1800849 T c/c
COlL1a1 rs1800012 C>A c/c VDR Rs731236 T>C T/T
CTLA4 rs231775 A>G A/G VKORC1 Rs9934438 T c/T
CYP17A1 rs743572 A>G A/G BRCA1 Rs80357783 185delAG N/N
CYP19A1 rs2470152 G>A G/A BRCA1 Rs28897672 300TG N/N
CYP1Al1 rs4646903 A>G A/A BRCA1 Rs80357711 4153delA N/N
CYP1A2 ri?ggg;f' AJF/C F/F BRCA1 | Rs28897689 | 4158AG N/N
CYP1B1 rs1056836 G>C G/G BRCA1 Rs80357306 5382ins N/N
CYP2C19 rs4244285 G>A G/G BRCA2 Rs80359550 6174delT N/N
CYP2C9 rs1799853 T c/c CHEK2 Rs555607708 1100delC N/N
CYP2C9 rs1057910 A>C A/A TNFa Rs361525 G>A G/A




Monn-

Monn-

FeH RS mopduam FeHoTun FeH RS MopdM3M FeHotun
CYP2D6 rs3892097 C>T c/c TNFa Rs1800629 G>A G/A
CYP2D6 rs35742686 T>del T/T MTHFR rs1801131 T>G T/G
CYP2E1 rs2031920 C>T c/c MTR rs1805087 A>G A/G

DRD2/ANKK1 | rs1800497 G>A G/A MTRR rs1801394 A>G A/G
FABP2 rs1799883 C>T c/c MMP1 rs1799750 del>C C/del

FGB rs1800790 G>A G/A MMP3 rs3025058 S5A>6A 6A/6A

Fll rs1799963 G>A G/G MnSOD rs4880 A>G G/G

FTO rs9939609 T>A T/T NQO1 rs1800566 G>A G/A

FUT2 rs602662 G>A G/G PAIl1 rs1799889 5G>4G 5G/4G

FV rs6025 C>T c/c PGR rs1042838 C>A A/A
FViI rs6046 G>A G/G PLAT rs2020918 G>A G/A
FXII rs5985 G>A A/A PPARA rs135549 T>C c/c
GC rs2282679 T>G T/T PPARG rs1801282 C>G c/c
GP1lba POL_GF_47 C,D>A,B C,D/A,B SCARB1 rs11057830 G>A G/A
Gpla rs1126643 C>T c/T SLC19A1 rs1051266 T>C T/C
Gpllla rs5918 T>C T/T SLC23A1 rs33972313 C>T c/c
GPX1 rs1050450 G>A G/A VDR rs1544410 C>T c/c
GSTM1 POL_GF_48 +/del +/+ GCK Rs1799884 T>C c/T
GSTP1 rs1138272 C>T c/c GSHR Rs572169 G>A G/G
GSTP1 rs947894 A>G A/A IL4Ra Rs1801275 A>G A/A
GSTT1 POL_GF_49 +/del +/+ LIPC Rs1800588 C>T c/c
HLA-B POL_GF_50 N>27 N/N L-MYC Rs3134613 C>G C/G
HLA-DQB HLA-DOQmix | DQX>DQ2 DQX/DQX MC4R Rs12970134 C>T c/c
IL1B rs1143634 G>A G/A EPHX1 Rs1051740 T>C T/T

iL4 rs2243250 C>T T/T EPHX1 Rs2234922 A>G F

INFG rs2430561 T>A T/T NAT2 Rs1801280 T>C T/T
LCT rs4988235 G>A G/A NADSYN1 rs3829251 G>A G/G
LEPR rs1137101 A>G A/G NOS3(e) POL_GF_68 VNTR 5R/5R
LPL rs328 C>G c/c NOS3(e) rs1799983 G>T G/T
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0O MOMHUTb, YTO BbIABJAEHUE ONPEAENEHHbIX FEHETUYECKUX BAPUAHTOB He AB/AET
YCTaHOBAEHWEM WU MOATBEPKAEHUEM AMATHO3A; HE MOMKET CAYMKWUTD ANA AUATHOCTUKM Pa3/IMUYHbIX
3aBMCMMOCTEN, a ABAAETCA AWLIb BCMOMOraTe/bHbIM TECTOM ANA Bpaya, MO3BOAAWMM Bbli6paTh
Hanbonee onTMMasibHbIM cnocob Tepanum U NPOGUAAKTUKM. ;

<

UHTepnpeTauna C Te4eHNeM BPEMEHM MOXKET MEHATbCA, B CBA3M C MOJy4YeHUEM HOBbIX Hay‘-IHbIQ -
AaHHbIX.

[aHHble no papmakoreHeTUKe 06HOBAIOTCA eXKerogHo.

AHANN3 NPOBOAN/IN:

Buonor: Cempakosa C. ®.

WHTEPIMPETALMIO PE3Y/IbTATA NMPOBOAW/IN:

Bpau-reHeTuk: Kox H. B.




Sy

Yeaxcaemasn

Mepen Bamn pesynbraT aHanMsa ocobeHHocTen Balumx reHoB, KOTOPbIN MOXET ObiTb Nosie3eH
ana GopMUPOBaHMNA MEPCOHAJIbHbIX PEKOMEHAAUMA NO NUTAHMIO U 06pa3y XKM3HWU A1a NPoANeHuUA
[0/ITO/IETUA U JIYYLLIEro KayecTBa XKU3HW.

Haw opraHmM3m paboTaeT no nporpamme, 3a/10>KEHHON B reHax. [eHbl ONpeaenatoT CTPYKTYpY U
KO/INYEeCTBO OWMONIOTMYECKUX MOEKYs, KoTopble obecneymBatloT Te WAM  WMHble NpoLecchl
KU3HeAeATeNbHOCTU. HapylueHue CTpoeHMa onpeaeneHHoro reHa — MyTauma — 3TO «MNporpammHas
OWMBKay, KOTopasa MOMEeT NpuBOAUTb K cOO OGUOXMMUYECKOW peakuuu, NexKalen B OCHoBe
COCTOAHUSA, BIMAIOLLLErO HA KAYyecTBO KM3HU (NoaBieHne 6onesHun).

FeHeTUYecKMM KOAOM 4YenoBeKa o0b6nagaeT Kaxpgasa KAeTKa oOpraHusma, OH  3anucaH
nocneAoBaTeNlbHOCTbIO M3 3 MUANMAPA0B Nap «byke» (cocTaBHbIX anemeHToB JHK) 1 pacnpeaenéH
mexay 46 xpomocomamm.

HakonneHo 60nbloe KOAMYECTBO MHPOPMALMN O BANAHUW BapuaLMii B reHOME YesioBeKa Ha
BHEWHWE nposBAeHMAs — ¢GeHoTMn — noJ KOTOpbIM  MNOAPasyMEBalOT BHEWHWUA  BUA,
300p0Bbe/60e3Hb, TaNaHTbl U CNOCOBHOCTHM, peaKkUuMM Ha NeKapcTBeHHble npenapaTbl. 3To caenano
BO3MOMHbIM TMOABMEHNE U PA3BUTME HOBbIX HAMPaBAEHUA TEHETUKU: (apMaKOreHeTUKH,
UMMYHOTEHETUKU, OHKOTEHETUKN, HYTPUTEHETUKMN U APYIUX, B OCHOBE KOTOPbLIX NeKUT aHanuns AHK
YyenoBeKa.

CyLLecTBYIOT MyTaLlMK, Ha KOTOPbIE Mbl NMPAKTUYECKN HE MOMKEM MOBJIUATL U KOTOPbIE NPpUBOAAT

K HeobpaTMmMbIM NOCNEACTBUAM ANA OpraHu3ma (OHM BCTpedyatoTca peaKko). A cyllecTByioT U Te,
KOTOpble MNpUBOAAT K HebnaronpuaTtHomy 3¢EdEKTy TOJIbKO B COYETaHUM C onpeaeneHHbIMU
BHEWHUMN daKTopamu. M ecnu 3HaTb 3apaHee Haaunume «cnabbix» MeCT B CBOeW COBCTBEHHOM
«nporpamme», MOKHO U3berkaTb HebNaronpuATHbIX MNOCAeACTBMA, CHU3UB BO3OEUCTBME 3TUX
BHeLWHUX GpaKTopoB. ITO NPUBEAET K NPOAJIEHNIO aKTUBHOTO AO/TONIETUA.
Mosy4yeHHble pe3ynbTaTbl NOMOryT Bam Aydywle NOHATb Npupoay COOBCTBEHHOro OpraHM3ma U ero
notpebHocTell. KOHEYHO «MpPOCTO 3HaTb» CBOM reHeTUYeckMe o0cobeHHOCTM HeaoCTaTo4YHO, ANs
Nnosly4eHMA Nonb3bl OT 3TON MHPOPMaLMK. BepoaTHo, Bam npuagértca nepecMmoTpeTb CBOU NPUBbLIYKM
1 06pa3s }KN3HU, YTO-TO A06aBUTb U YTO-TO UCKAIOUYUTD.

Bbi6bop NOAMMOPOHbIX BapUaHTOB FrEHOB U METOAOB WX aHaNM3a, UCMO/Ib3yeMbIX B HACTOALLEM
TecTe, OCHOBAH Ha pe3y/ibTaTaXx COBPEMEHHbIX FeHEeTUYECKUX WUCCelOBaHNM, NpPeacTaBAEHHbIX Ha
pecypce Pubmed.

MbI rapaHTUpyemM KOHPUAEHUMANbHOCTb BalunxX ANYHbIX AAHHbIX, NONYYEHHbIX B HACTOALLEM TecTe.
ObpaboTka Bawwux nepcoHasbHbIX AaHHbIX OCYLLECTBAAETCA B COOTBETCTBUMM C AeNCTBYHOLIUM
3aKoHOAATeNbCTBOM PO.

Bnarogapum Bac 3a To, YTO BOCMNO/1b30BaNNUCh Hallel ycayroi!

Xpomocoma JTHK

-

~

sy
£
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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 O0b6yCNOBAEHHOW BEPOATHOCTU ero BO3HMKHOBEHUA B BUAE
cneayoLWmX LUBETOBbIX 0603HaUYeHUIA:

YcnoBHble 0603HaueHUsn:

lpomexkmusHbili

CpedHernonynayuoHHbIl
(3awumHeili) agppekm

pucK

YmepeHHbil
rnosblweHHbIl pucK

3HayumensHo
rnosblweHHbIl pucK

B paHHOM oOT4yeTe MNPUMEHAETCA MNOACYET MHTErPaTMBHOIO PUCKA (cymmupoBaHue 3pdeKToB
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

FeHeTUYeCcKui pUCK

- cpeAH"ﬁ flossitiexett -

Puck mHorogakTopHbix 3a6onesaHuit

CepaeyHo-cocyaucTblie 3abonesaHun

Puck BeHO3HbIx TpoMb6030B 1 TpoMbo3aMboNniA.

MpeapacnonoXeHHOCTb K TMNepKoaryaumnm v
Puck aptepmanbHoro Tpombo3a. MpeapacnonoxeHHoOCTb K
YCUNEHWIO TPOMBOLMTAaPHOM aKTUBHOCTH
Puck runepromoumcTenHemMum v
OueHKa MHANBUAYANBHOIO, FEHETUYECKU 00YC0BNEHHOIO
PUCKA COCYAOCYKUBAIOLLMX PEAKLMIA U TMNEPTOHUYECKON v
601€3HU
Puck nwemmnyeckoit bonesHu cepaua v
O6meH BeLecTs
YpoBeHb X01ecTepmHa Kposu v
YpoBeHb TPUFINLLEPUNLO0B KPOBM v
Puck HapyweHua amnugHoro obmeHa
(runepxonectepnHemunn) n 6onesHu Anbureiimepa v
(Fen ApoE)
Puck HapyweHua paboTbl cucTeMbI SETOKCUKALMKN OpraHM3Ma v
BocnanutenbHbIl oTBET
BocnanutenbHblil oTBET v
Atonua %
ConpoTmeasemocTb Balero opraHnsma BMpycam u
MWKODaKTepuam TybepKynesa v

12



reHeTquCKMﬁ pMCK - CpeAHuﬁ flosstisenets -

OnopHo-aBUraTeNbHbIN annapar

OCTEOI'IOpO3 — notepAa KOCTHOW MIOTHOCTH

MoTpebHocTb B BUTamuHe D

[eHeTMYeCKUit PUCK BOCNaNEHNA CyCTaBOB
(ocTeoapTpuT 1 ocTeoapTpos)

AHKWI03UPYIOLWNIA CNOHAUANT
(6onesHb bextepesa) OMIM 106300

Mwuanrus npu GUnMYecKnx Harpyskax

Puck cHMXeHna noteHumana Pa3BUTUA CNPUHTEPCKNUX Ka4eCTB

*eHcKoe 3g0poBbe

npep,paCI'IOJ'IO)-KEHHOCTb K CUHOPOMY NMOJIMKUCTO3HbIX
ANYHUKOB

Puck runepangporeHum

PUCK CHUXeHUA ckopocTh meTabonsma scTporeHos,
obycnosneHHol CyplA2

OueHKa PUCKa CMHAPOMa r’MnepTopMoKeHNA ANHYHUKOB

PUCK cnopagmMyeckoro paka MOJIOYHOM Xe/ie3bl CBA3aHHOrO C
HapyLeHWEM CUCTEMbI AETOKCUKALLMKN KaHLLepPOreHOoB B
opraHusme

HyTtpureHetuka

L‘|YBCTBO HacblWeHNA N CKIOHHOCTb K nepeegaHuto

L‘|YBCTBO ronoga U CKNI0OHHOCTb K nepekyCcam

CKNOHHOCTb K KOMMY/Ib,CUBHOMY MPUEMY MULLM NPK
OTCYTCTBMM YyBCTBa ro/o4a

3 DEKTUBHOCTb HU3KOKMPOBOM AUETbI 419 CHUMKEHUA Beca

13



FeHeTUYeCKunit pUcK

- CpeAHuﬁ flossitiextett -

3 EeKTUBHOCTb HU3KOYTNEBOAHOW ANETbl ANA CHUNKEHUA
Beca

MoTpebHOCTb B MHTEHCUBHDBIX TPEHMPOBKAX AJ1A CHUXKEHMUA
Beca (puck «aHeprocbeperatoliero TMna» obmeHa BellecTs)

MoTpebHOCTb B Pa3rpy304HbIX AHSAX

BblpaxKeHHOCTb o-1o addeKTa

BepoATHOCTb HEMEePEHOCUMOCTU STAKTO3bl

PUCK NaTo/I0rMYeCKOro OTN0MKEHNA XMpPa BOKPYT BHYTPEHHUX
opraHoBs

MoTeps MblWEYHON Macchbl NPU AUETE C OrpaHUYEeHNEM
Kanopwui

MoBbiweHHas NoTpebHOCTb B OMera-3 MpPHbIX KUCA0Tax

PUCK OHKONOrMYecKnx 3aboneBaHnin KULWEYHNKA NPM YacTom
ynoTpebaeHnn }KapeHoro maca

Hackonbko Bam Heobxoaumo orpaHuMumMBaTh noTpebaeHme
NnoBapeHHOM conu

HenepeHocMMOCTb ratoTeHa. FeHeTUYecKan
NPeapPacnoNOXKeHHOCTb K Leanakum

PUCK CHUXKEHUA CKOPOCTU MeTabonnsma KodenHa

PucK cHMXXeHna ckopoctn meTabosmsma ankorons

MeTabonmM3m BUuTammHa A
MeTabonmMsm BuTammHa B;
MeTabonmam BuTammHa Bg
MeTabonmMam BuTammHa Bo
MeTabonmsm BuTammHa Bi,
MeTabonmsm ButammHa C
MeTtabonmsm ButamuHa D

MeTtabonmsm sutammHa E

14



reHeTquCKMﬁ pMCK - cpeAHuﬁ flosstisenets -

®a PMaKOreHeTuKa

dapmaKoreHeTuKa (1-aa ¢pa3a 4ETOKCUKaALUUN KCEHOOUOTUKOB)

dapmakoreHeTuyeckunin mapkep ABCB1 (MDR1). Puck
NnoBblWeHMA akTuBHOCTM MDR1 U cHUKeHMA 3G PeKTUBHOCTHU

v
HeKoTopbIX papMaLeBTUUECKMX NpenapaTos
OueHKa pMCKa CHUMXKEHMA aKTUBHOCTU UumToxpoma Cyp2C9 v
OueHKa p1CKa CHUMXKEHUA aKTUBHOCTU uuToxpoma Cyp2C19 v
OLeHKa pMCKa CHUXKeHMA akTuBHOCTM CYP2D6 v
Puck cHuxkeHna ckopoctn metabonmsma CyplA2
Kocmetonorua
PUCK CHUXEHWNA AHTUOKCUAAHTHOM 3aLWMUTbI
PuUck cHMeHna GyHKUUM KONNareHoBbIX BOJIOKOH v
MNpeapacnonoxeHHOCTb K akHe A

OnucaHHble Npu3HakM (3aboneBaHnA) OTHOCATCA K MHOTOGAKTOPHbLIM COCTOSHUAM. BbifBNEHHble
reHeTMYyeckMe MapKepbl He ABAAIOTCA AMArHOCTUYECKUMU KPUTEPUAMMU Kakux-nMbo 3abonesaHuit.
3aKkNloYeHne AaHO Ha OCHOBaHWMM MNPOAHANM3MPOBAHHbLIX FEHETUYECKUX MapKepos. [pyrue
reHeTMYecKue 1 He reHeTUYeckne GakTopbl MOryT BAMATb Ha PUCK OLeHEHHbIX MPU3HAKOB.




3AKTIOMEHUE U PEKOMEHAALIUU

PUCK MHOTO®AKTOPHbIX 3AEO/IEBAHUIA

HeraTtusHblit apPeKT reHoB:

BbiaBAEHbI reHeTUYeckMe ¢GaKTOpbl, NOBbILWAOWME PUCK TPOMDOO3a 33 CYET YCUMNEHUA aKTUBHOCTU
TPOMBOLMTOB. YMEPEHHO NOBbILEH PUCK apTEPUAIbHbIX TPOMO030B.

BoiasneHbl, dakTopbl pucka NBC, HO B LLeNIOM PUCK He NPeBbIWAET CpeAHENONYNALNOHHbIN.

Mo uccnenoBaHHbIM FEHETUYECKMM JIOKYCaM BbliiBNeHbl paKTopbl PUCKA, aCCOLMMPOBAHHbIE C
YMEPEHHbIM CHUMEHUEM 3aLLMTbl OPraHn3mMa OT KCEHOBMOTUKOB U KaHLLEPOTeHOB.

YMepPEHHO Bblle PUCK aNNepruyeckmx NposBaeHUA.

CpegHAa NpOTMBOBUPYCHAA 3aLUUTa.

Y Bac BbliBNeHbl reHeTuyeckne ¢GakTopbl pPUCKa OCTe0apTpo3a, OAHAKO PWUCK He NpeBbllaeT
cpeaHenonynALNOHHbIN.

Huke reHeTMYeCKUIN NOTEeHUMaN Pa3BUTUA CNIPUHTEPCKUX KAYecTB.

BnaronpuaTtHbi 3¢ deKT reHoB:

Mo nccnenoBaHHbIM FrEHETUYECKMM NIOKYCam Yy Bac He BbIABAEHO CKAOHHOCTM K TMNEpPKoaryaauumn u
BEHO3HbIM TPOMb03aM.

PWUCK runepromoumcTeMHEMUN He NPeBbIWAET CPeaHENONYNALMOHHDBIN.

Mo uWccnefoBaHHbIM  FEHETUYECKMM MapKepam Yy Bac He BbiBIEHO MOBbIWEHMA PUCKA
rMnepToHNYEecKon 6onesHu.

Y Bac He BbIABNEHO TeHETUYECKOW MPeapacno/IOKEHHOCTM K MOBbILLEHHOMY COAEPXKaHWUI0
X0NecTepuHa B KPOBW.

Y Bac He BbIABAEHO TreHETUYECKOW NpPeapacno/IOKEHHOCTM K MOBbILLEHHOMY COAEpPXKaHUI0
TPUTNLEPUAOB B KPOBW.

He BbiABNE€HO O4HOIO U3 reHeTUYeCcKnx GpakTopoB puUcKa b6osie3Hn Anburenmepa.

Y Bac BblfiBieHa MNpPeapacnoNoXKeHHOCTb K CpeAHel CTeneHW BOCMa/UTENIbHOrO OTBeTa Mo
NCCNen0BaHHbIM FreHETUYECKUM JIOKYCaM.

CpeaHenonynsaLMOHHBIN PUCK OCTEONOPO3a.

NHamBuayanbHaa Hopma notpebneHnsa BuTammHa D cOOTBETCTBYIOT CTaHAAPTHBIM PEKOMEHAYEMbIM
CYTOYHbIM [1033aM, COOTBETCTBEHHO MOy M BO3PacTy.

He BbIABNEHO reHETUYECKOW MNPeapacrnoNOKEHHOCTM K AHKWI03MPYHOLWEMY CMOHANACAPTPUTY
(maumeHT He AaBNAeTCA HocuTenem reHa HLA-B27).

He BbiaBNEeHO paKTOPa PUCKa NOBbILIEHHON CKNOHHOCTU K MUANTUK nocne GU3nNYecKnx Harpysok.

WHANBUAYAABHBIE PEKOMEHAALUU

PeryAadpHas AMcnaHcepusaumus AAS CBOEBPEMEHHOU AMArHOCTUKU U A€YEHMUS
3060AEBAHUI, NPUBOAALLUX K TPOMOGO3Y. NpU NOSBAEHUU ATOMUYECKUX PEAKLLUMA
NPOKOHCYAbTUPYUTECH C UMMYHOAOTOM-OAAEPTOAOIOM.

AL
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HYTPUTEHETUKA

HeratusHbiit 3¢pPeKT reHoB:

— CpeaHAA CKOPOCTb BOSHMKHOBEHMWA YyBCTBA HACbILWEHWUA.

— [na npodurnakTMkm n3bbITOYHON Macchl Tena GU3MONOTNYHbBI «Pa3rPy30UHbIe AHUY.

— Y Bac BbIfABAEHA FreHeTUYECKas NPeapacnoNoXeHHOCTb K 110-1o 3ddeKTy. Baw pMcK BO3BpaLLeHUs
K MCXOAHOMY Becy Mocae ycrnewHoro 3aBepleHna gMeTbl Bbille, YeM y Ato4eln ¢ 6aaronpuaTHbIM
reHOTUMOM.

— Baw reHeTMYecKnin BapuaHT cnocobcTByeT NOTEPE MbILLEYHOM MACChbl MPU ANETE C OFPAHUYEHMEM
KaJsiopui.

— Mo wuccnepoBaHHbIM FEHETUYECKMM JIOKYCamM BbifiBleHa HeobxoaMMOCTb B yMepeHHOM
OrpaHUYeHMM noTpebneHns xopowo npoxkapeHHoro msaca (Well Done) ana npodunakTuku
OHKOJIOTMYECKMX MPOLECCOB KULLIEYHMKA.

— WHpguBmayanbHaa Hopma noTpebneHna BuTammHa Bg Ha 30-50% Bbiwe CTaHAAPTHbLIX
pekomMeHAyeMbIX CYTOYHbIX 403 A8 COOTBETCTBYIOLLLEro noJia u Bo3pacTa.

— WHaveuayanbHas Hopma noTpebneHua BuTamuHa Bi, B 1,5-2 pasa Bbiwe CTaHAAPTHbIX
pekomMeHAyeMbIX CYyTOYHbIX 403 A8 COOTBETCTBYIOLLLEro noJia u Bo3pacTa.

— WHameBuayanbHas Hopma notpebneHns sutammHa E Ha 30-50% Bblwe CTaHAAPTHbIX
pekomMeHAyeMbIX CYyTOYHbIX 403 A1 COOTBETCTBYIOLLLEro NnoJjia U Bo3pacTa.

BnaronpuaTtHbi 3¢ deKT reHoB:

— Y Bac He BblABNEHO NpeApacnoNoXKEHHOCTUN K YCUIEHUIO YyBCTBa rosiofa, Bam nerye oTkasatbea
OT «MepeKycoB» MeK Ay OCHOBHbIMU MPUEMAMM MULLN.

— Y Bac He BbIABNEHO CK/JOHHOCTU K KOMMNY/AbCUBHOMY MpUEMY MWLM MPU OTCYTCTBMM 4YyBCTBA
ronoA4a (B CTPECCOBbIX CUTYaLMAX U «33 KOMNAHUIO®).

— Bbl meHee 4yBCTBUTENbHbI K M3OLITKY KMPOB B paLMOHe, Yem nay € HebnaronpuaATHbIMU
reHoTMNamMm.

— lMNpwu paumoHe, cogepalwem 6onbLIOE KONUYECTBO YrNeBOAO0B, Bbl meaneHHee HabupaeTe Bec,
4yem N0AMU C APYIMMU FEHOTUNAMM.

— Bbl OTHOCUTECH K «3HEpPropacTpaymBaloemy TUMNY» — PeryaspHble GpU3NYECKMe HArpysKu daxke
YMEepPEHHOM NHTEHCUBHOCTU A0CTaTOYHO 3bdeKTUBHbI AnAa Bac.

— Y Bac He BbIAIBNEHO rEHETUYECKOM NPeapacnoioKEHHOCTN K MOBbILIEHHOMY OT/IOMKEHUIO KUpPa
BOKPYT BHYTPEHHMX OPraHoBs.

— CpegHas noTpebHOCTb B NOBbIWEHUW NOTpebneHna Omera-3 HeHaCbILLEHHbIX XUPHbIX KUCOT.

— BbIfiBNEH reHeTMYecKuii BapuaHT, CMOCOOCTBYIOWMIA COXPAHEHUIO BO3MOXKHOCTM OpPraHm3ma
yCBamBaTb MOJIOYHbIN Caxap aKTo3y.

— He BbIBANEHO PpaKTOPOB pUCKa LIeIMAKUN.

— CpegHenonynaLMOHHasA NoTPebHOCTb B OFpaHUYeHUM CONN.

— Mpw Bawem reHoTnNe HeT HeOBXOAMMOCTM OrpaHMYMBaTh ynoTpebneHue Kode.

— CpegHuin meTabo1nM3m anKkorons.

— WNHpguBnayanbHaa Hopma notpebneHna BUTamMmHa A COCTaBAAET CTAaHAAPTHO PEeKOMEHAyemyto
CYTOYHYIO 103y, COOTBETCTBEHHO NOJ/Y U BO3pPacTy.

— WHpuBugyanbHaa Hopma notpebneHua BuTamMuHa B, cooTBeTCTBYeT cTaHAAPTHbIM
peEKOMEHAYEMbIM CYyTOYHbIM J03aM A1 COOTBETCTBYHOLLEFO NOa U BO3pacTa.



—  WHauBuayanbHaa Hopma notpebneHus BuUTamMuHa Bg cooTBeTCTBYeT CTaHAaPTHbIM
peKoMeHAyEeMbIM CYyTOYHbIM 403aM A/ COOTBETCTBYIOLLErO NOAa U BO3pacTa.
—  WHausmpayanbHaa Hopma noTpebneHua BuTammHa C COOTBETCTBYET CTaHAaPTHbIM
peKkoMeHAyeMbIM CYyTOYHbIM 403aM AJ/18 COOTBETCTBYIOLLENO NOAa U BO3pacTa.
—  WHameuayanbHas Hopma notpebneHnsa ButammHa D coOTBETCTBYET  CTaHAaPTHbIM
peKkoMeHAyeMbIM CYyTOYHbIM 403aM AJ/18 COOTBETCTBYHOLLErO NoAa U BO3pacTa.

WHANBUAYAABHBIE PEKOMEHAALNN

CAaeauTe 30 06beMOM pPA3OBOM NOPUUU. 3APAHEE NAGHUPYUTE KOAUHECTBO €Abl
HQ OAMH NpPUEM MULLLU.

AAf Bac pasrpysodHblie AHM cOU3UMOAOTMYHbI AASl CHUXKEHMUS Becda. Pas B HeaeAlo
NPUAEPXUBAUTECH AUETbI C 3-X KPATHbIM CHMXEHUEM CYTOYHOM KAAOPUMHOCTMU.
HanboAee npocTon cnoco6 — COCTABUTbL CYTOYHOE MEHIO U3 OBOLLLHBIX COAQTOB U
cpykTOB.

MockoAbKy y Bac BbISBAEHO reHeTM4eckKas NpeApPACNOAOXEHHOCTb K MO-MO
achbdhekTy, Bam peKOMEHAOBAHO MNOCTENEHHOEe 3aBepLueHue AueTbl. AAf BAC
HEXEeAAQTEeAbHbl KPATKOCPO4YHbIE AUETbl CO 3HAYUTEAbHbIM CHUXEHUEM CYTOYHOMU
KGAOPUUHOCTM.

He GoAee 1-2 nopuum XApeHOro Maca B Mecsil,.

BbISBAEHO CKAOHHOCTb K AeOUUUTY BUTAMUHA By, HEOBXOAMMOro AASl YAQAEHMUS
M3 KPOBU rOMOLMCTEUHA. PEKOMEHAOBAOH KypCOBOU NMpueM BUTAMMHA By 4 pasa B
roa no 3-4 HeaeAu (NPOKOHCYAbTUPYUTECH C Bawimm Bpadvom).

BbISBAEHO CKAOHHOCTb K AeduuUTy BUTAMUHA Bi2. BUTamMuH Bi2 ydyBCTBYeT B
peakumsix OKUCAEHUss 6EAKOB M XXMPOB U METABOAM3IME TOMOLIUCTEUHA. YCBOEHUE
Bi2 BO MHOromM 30BUCUT OT COCTOSIHUS MUKPOOAOPbI KULIEYHUKA U OTCYTCTBUSA
BOCMOAUTEAbHbIX 3060A€BAHUU KULLEYHUKA.

BbiISBAEHQ CKAOHHOCTb K Aedouumty BUTAMMHA E. ButammH E - npupoAHbIU
OHTMOKCUAQHT, 3ALULLAET MEeMOPAHbI KAETOK OT OKUCAUTEABHOIO NMOBPEXAEHMUS.
AAS HOPMOAABHOIO YCBOE€HMS BUTAMUHA E HEOGXOAMM CEeAeH, UMHK M BUTaMUH C, a
MYYHOE U CAGAKOE, HaNPOTUB, CHMXXAIOT 3PPEKTUBHOCTb YCBOEHUA TOKODEpPOAQ.
He BbISBAEHO reHeTU4eCKOM NOTPEBOHOCTHU OrPAHMYMBATbL NPOAYKTbI, COAEepXaLlLue
ACGKTO3Y.

NccaeAOBOHME MUKPOOUOMA AASl UCKAIOHMEHUS APYFUX BO3MOXKHbIX MPUYMH
BOCMNOAAEHUA KULLEYHUKA (NP HEOBXOAUMOCTH).

CTAHAQPTHbIE PEKOMEHACLLMM MO YPOBHIO NOTPEOBAEHUSA COAU AO 6-7 T B AEHbD.

Ao 4 yawek Kope B AEHb He MPUBOAUT K PUCKY CEPAEYHO-COCYAMUCTbIX
3a60A€BAHUN.
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EHCKOE 310POBbE

HeraTtusHbIV 3¢ eKT reHoB:

— BbiABneHO ymepeHHOoe nosbiweHne pucka CrKA.
— BblAB/IEHO YyMepeHHOEe NOBbIWEHNE PUCKA TMNEPAHAPOTEHNN.
— BblfiBIEHO NOBbIWEHME PUCKA cnopagmyecknx Gopm paka MOJIOYHOM Kenesbl.

BnaronpuaTtHbi 3¢ deKT reHoB:

— Mpu Bawem reHoTune Bblile akTUBHOCTb CYP1A2 1 cCKOPOCTb MeTabonn3ma 3CTPOreHos.
— CpeaHenonynauMOHHbIA PUCK TUNEPTOPMONKEHUA SUYHUKOB KOMOMHMPOBAHHOM TOpPMOHaNbHOM
KOHTpauenuuu.

WHANBUAYAABHBIE PEKOMEHAALUN

PeryaspHoe CAMOOGCAEAOBAHME MOAOYHOM XeAedbl He pexe 1 pasa B
mecsu,. [pOKOHCYAbTHMPYHTECh C BAWMM Bpa4oM. CM. MHAMBUAYOAbHbIE
PEKOMEHAALUN B COOTBETCTBYIOLLLEM PA3AEAE.




e

®APMAKOIEHETUKA

BnaronpuATHbI 3¢ eKT reHoB:

— He BbiABNEHO NaToNOrnM4eckmx sapmaHTos reHa Cyp2C9.
— He BbIABAEHO NAaTONOrMYECKMX BapMaHTOB reHa Cyp2D6.
— He BbIABNEHO MaTON0rMYeCcKUX BapmaHToB reHa Cyp2C19

— MNpw Bawem reHoTuMe Bbilwe akTMBHOCTb CYP1A2 1 CKOPOCTb MeTabo/IM3Ma 3CTPOrEHOB.

WHANBUAYAABHBIE PEKOMEHAALMN

Mpuem KOK (uAn 3IT coAepXauLylo 3CTPOreHbl) He >XEAATEAbHO
coyeTath C AKTOPAMM, MOBbLIWAKWMMU akTuBHoCcTb CYP1A2 -
ynotpebAeHue KpecTOLBEeTHbIX (KanycTd M Ap.), KYpeHue, XAapeHas Ha
OTKPbITOM OrHe NMULLA, MHIMGUTOPbI MPOTOHHOM MOMMbI (TAKME NpPenapdarhl,
KOK OMENPA30A).




KOCMETO/10ImnA

HeraTtusHbIV 3¢ eKT reHoB:

— BbISIBNEHO CHUXXEHME aHTUOKCUAAHTHOM 3aLMUTa OpraHM3ma.

— YMepEeHHO Bbillie PUCK aNIeprmyeckmx NpoaBaeHUN.

— BblfiBNEHO yMepeHHOoe NOBbILWEHNE PUCKA TMMepaHaporeHnu.

— BblfiBNeHa ymepeHHasa reHeTuYecKan Npeapacro/oKeHHOCTb K aKHe.

BnaronpuaTtHbi 3¢ deKT reHoB:

= Cpe,ﬂ,Hﬂﬂ CKOpPOCTb 06pa3OBaHMFI n gerpagaunmn KonnareHa.

UWHANBUAYAABHBIE PEKOMEHAALUN

Mpuem AHTUOKCUMAAQHTOB KYPCAMMU MO COTAQCOBAHUIO C A€HALLUM BPAYHOM.
MpuMeHeHne KpPeMOB, COAEPXALWMUX AHTUOKCUAAHTHbIE KOMMOHEHTbI
(ko3H3MM  Q10, ackopbuHOBAs KMCAOTA, BUTAMMH E, TrAYTATUOH,
FAIOKO3UMHOAQTbI, OEepyAOBAs KMCAOTA, PECBEPATPOA, CEAEH). YnoTpebasaTb
NPOAYKTbl 60rarbie GHTUMOKCMACGHTAMM Cbipble OBOLUMU U PPYKTbl, 3€AEHbIA
Yyaul, KBAWeEeHas KanycTtd. Bo wu3bexaHue BO3IMOXHBIX BOCMAAUTEAbHbIX
OCAOXHEHUHN HEOOXOAMMO TLLATEABHO T[OTOBUTb MNALUEHTA K Kypcy
ArpecCcuBHbIX MPOLLEAYP U AKTUBHO HA3ZHAYATb KOMOMHUPOBOHHbIE CXEMbI
NPOPUAAKTUHECKOTO YCUAEHUS COHTUOKCUMAGQHTHOM 3aWMTbl. B Mmex-
NPOWEAYPHbIA NEepUOA NO NOKA3ZAHMEM BO3MOXHO Me3oTepaneBTU4eckoe
BBEAEHUE OAHTUMOKCUMAAHTHbIX KOKTEMAeH, Kapbokcutepanusa, Aerkue
maccaxu. O3o0HOTEPANUIO, BAKYYMHbIM U KOCMETUYECKMU MACCAX HA3HAYATb
C OCTOPOXHOCThLIO!

Mpu nosiBAEHMM QATOMUYEKUX PEAKUUMA MNPOKOHCYAbTUPYUTECH C
MMMYHOAOTOM-AAAEPTOAOTOM.
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Puck mHorogaKTopHbIX 3abonesaHunmu

CEPAEYHO-COCYAUCTDbIE 3ABOJIEBAHUA

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

Ball reHeTU4YecKuii pUCK BEHO3HbIX TPOMB030B U TPOMBOIMBONNIA:

KoaddpurumeHT reHeTuueckoro pucka (% ntogei ¢ takum K)

Baw K (87.8%) 0,9
MuHUMym 0,77
Makcnumym 12,01
o 2 4 6 8 1© n©

OnucaHue pucka:

MaTonormyeckoe TpomboobpasoBaHME, Yalle BbI3bIBAETCA COYETAHMEM TEHETUYECKUX U  CPEeaoBbIX
dakTopOB. MpPK HAMUYNM TEHETUYECKMX MAPKEPOB TPOMOBODUINM U CYMMAPHOM FEHETUYECKOM PUCKE BbiLLe
CpesfHenonyaALMOHHOIO YPOBHA Ha/iMuMe cpenoBbix GAKTOpPoB pucKa umeeT 6osbllee 3HayeHue.
leHeTMYecKMe GpaKTopbl PUCKA HA3bIBAOT HE MOANPULMPYEMBIMU (T.€. MOBAUATL HA HUX Mbl HE MOXKEM Ha
OAHHOM 3Tane pas3BUTUA HayKK).

Mo3aTomMy ANA CHUXKEHNA pUCKa TPOMBOO030B HEOBXO0ANMO yaAeNNTb 0cob0e BHUMAHME N CBECTU K MUHUMYMY
Hannume cpenosbix GakTopoB. K 0CHOBHbIM MoAMdULMPYEMbIM GaKTOPAM OTHOCATCS:

— KypeHue (yBennumsaer puck B 7 pas);

— MeTaboIMyYecKnin CUHAPOM - OXKUPEHWNE, apTEPUANbHAA TMNEPTOHUSA, CaxapHbIi anabet 2 TMna;

— TpaBmbl, onepauuu;

— Hannumne BapMKO3HO-U3MEHEHHbIX BEH;

— [puem npenapatos, CNOCOOGCTBYIOWMX YCUNEHUIO CBEPTbIBAEMOCTU KPOBU (KOMOUHMPOBAHHbIE

OpasibHble KOHTPALENTMBbI, 3CTPOreH-3aMeCcTUTe/IbHaA rOPMOHaibHasA Tepanusa u ap.);

— Hanunume xpoHMYecKor aHeMUK (CHUXKEHUS YPOBHA remoriobunHa);

— [pyrve nHamemnayanbHble GakTopbl PUCKa TPOMB03a, Ha KOTOPbIE YKaxeT Ball nevalinin Bpay.
MauMeHTKN, MMetoWwMe TreHeTUYEeCKMe MAapPKepbl, OTHOCATCA K Trpynmne BbICOKOrO pPWCKa Pa3BUTUSA
OC/NIOXKHEHUN  BepeMeHHOCTM  TPOMOOOUAMYECKOrO  xapakTepa — recto3, ¢eTonnaueHTapHas
HeAOoCTaTOYHOCTb. TaKMM NaLMeHTKam Heobxoanmo paspaboTaTb Mepbl MHAMBUAYANbHON NPOOUNAKTUKM
N KOHTPOJIA OCHOBHbIX CUCTEM OpraHM3mMa (Hanpumep, HEOBXOAMMO BbINONHATbL UCCIeA0BAaHUE FEMOCTa3a
1 pa3s B TpMMeECTp, WM Yalle NO NOKa3aHUAM).

3AKAKOYEHUE

Mo WUCCAeAOBAHHBIM TFEeHOM Yy Bac He BbISBAEHO CKAOHHOCTM K
rMNepKoaryAsiulMM U BEHO3HbIM TpomMGo3am. Huxe pUCK NocAeonepaLUOHHbIX
TPOMG030B. HMXe pUCK HEXEAATEAbHbIX AEKAPCTBEHHbIX peakuuin (TPom6030B)
Y XEHLLMH NpU NpMeme ropMOHAAbHbIX KOHTPALLENTUBOB.
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Pa3BepHyTbIii CNUCOK UCCNEA0BaHHBIX TEHETUYECKUX MapKepoB U UX GYHKLMOHAIOM NO HanpaBAEHUIO
npeAcTaB/ieH B Buge 1abauupbl.

leHo-

ren RS mun DyHKYyus Numepnpemayus

Fll rs1799963 | G/G Mymauus e 2eHe Fll npusodum K ygenuyeHuro Hopma. AaHHeil

Kosuyecmea npompombuHa. sapuaHm He
rnossiwiaem puckK
mpomb60o3a.

FV rs6025 c/C dakmop ceepmeoisaHusa Kposu V, mymauyus Hopma. [aHHsll
npusodum K pe3ucmeHmHocmu K 8apuaHm He
aKmusuposaHHomy ripomeuty C. rnossiwiaem puckK

mpomb603a.

FGB rs1800790 | G/A FGB kodupyem amuHOKUCAOMHYHO Hopma.
nocnedosamesibHocmo B-uenu gpubpuHozeHa. M3
¢ubpuHozeHa obpaszyemcs ¢pubpuH — 0CHOBHOLU
KOMIMOHeHM KpoBsAHO20 C2yCMKa.

FVII rs6046 G/G Y Hocumeneli annens A (G10976A) skcnpeccusa eeHa | Haubosnee yacmeolli
FVII cHuxceHa, Ymo npusooum K CHUXEHUIO sapuaHm.
codepxcaHus FVII 8 kposu, sendemcs
IPoOMeKmMuBHbIM haKMOoOpPOM 8 rnamozeHe3e
mpombogunuu.

FXIlI rs5985 A/A AKMUBUPOBAHHbLIU MPOMBUHOM KOA_2yAYUOHHbIU lpomexkmueHbili
¢akmop FXllla yuacmeyem e o6pazosaHuu aghpekm s
MHOXY{ECMBEeHHbIX MonepeYHbIX CUIUBOK MEXOY OMHoWweHuU
mosnekynamu (pubpuHa, yeeau4ueas mem cambim mpomboobpaszoea-
MeXAHUYEeCcKyo MPOYHOCMb U ycmolivusocme K HUSA 30 c4em meHee
PUBPUHOU3Y KPOBAHO20 C2YCMKA. MPOYHO20 CLWUBAHUA

¢ubpuHosbIx
Humedi.
PAI1 rs1799889 | 5G/4G PAI-1 uHzubupyem mkaHesoli U ypOKUHA3HbIL Haubonee yacmo

aKmuseamopesbl naa3muHoOeceHa.

scmpeyaemolli
sapuaHm.
Omcymcmsue
30WUMHO20
agppekma 8
OMHoWweHuu
¢ubpuHonusa.

.
\\3 7,

W

y
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PUCK APTEPUA/IBHOTO TPOMBO3A.
NPEAPACMONOXEHHOCTb K YCUNEHUIO TPOMBOLUUTAPHOMN AKTUBHOCTU

Puck YCUNEHUA aKTUBaUnn TpOM6OLI,MTOBZ

KoadpuumeHT reHeTuuecKoro pucka (% nogei ¢ Takum K)

Baw K (34.7%)
MuHUMym

Makcumym

OnucaHue pucka:

CKNOHHOCTb K YCWUNEHMIO aKTUBHOCTM TPOMOOUMTOB MOBbLILIAET PUCK apTepuanbHbiXx Tpomb6030B, B
CoYeTaHun C ANCUNMAEMUEN MOBbLIWAETCA PUCK MHDAPKTa MMOKaPAa U ULLEMUYECKOTO MHCY/bTa.

leHbl GPllla, Gpla, Gplba KogupyloT TpomboUUTapHbIe pPELEnToPbl, KoTopble obecneymBatoT
«nNpuAnnNaHne» TPoMOOUMTOB K CTEHKE CocyZa WAW K aTepOCKAepOTUYEeCcKOM bndALlKe, a TaKXe Apyr K
OpYyry. AKTUBHOCTb paboTbl TPOMBOUMUTAPHBIX PELLENTOPOB, OT YacTWM 3aBUCUT OT FeHOTUMa U BAMAET Ha
PUCK apTepuanbHbix Tpomb6030B. MonumopodHbii BapuaHT GPllla accoummpoBaH ¢ 3¢EKTUBHOCTbIO
acnupurHa Npu ero UCNosib30BaHMM B KaYecTse NPodUNaKTUKKM TPOMBO30B.

3AKAIOYEHUE

BbisBAEHbI reHeTU4eckne doaKTOpbl, MNOBbILLAIOWME PUCK TPOMGO3a 30 cyeT
YCUAEHUS AKTUBHOCTU TPOMOBOLIMTOB.




Pa3BepHyTbIl71 CNMUCOK UccsiegoBaHHbIX reHETUYECKUX MapKepoB U Ux d)yHKLI,MOHaIIOM Nno Hanpas/ieHu

npepacrasneH B Buae Tabnaunubl.

reHo-
T RS (] U
eH mun VHKUUSA Hmepnpemayus

Gplila rs5918 /T l'eH GPllla kodupyem mpomboyumapHsil peyenmop Hopma
¢ubpuHozeHa, yyacmsyem 8 KnemoyHol adze3uu u
MeMcKaemoyHoli cuzHanuzayuu. Mpu e2o
aKkmusayuu npoucxodum e3aumodelicmsue
mpomboyuma ¢ hubpuUHO2EHOM KPOo8U.

Gpla rs1126643 c/T UHmezpuH ansgha-2 (2nukonpomeuH la Hopma
mpomboyumos) — cybvbeduHUUa a02e3UBHbIX
peyenmopos mpomboyumos.

GPlba | POL_GF 47 | C,D/A,B 1-8-cybveduHuua peyernmopos mpomboyumos ®dakmop pucka

ocyuiecmensem szaumoodelicmaue mpomboyumos
co cmeHKoli nospexdeHHO20 cocyda unu
nospexcoeHHol NogepxHOCMbHo
amepockaepomuyeckoli 6aawkKu. JaHHeil
peyenmop codepium 8bICOKO2/IUKO3UAUPOBAHHbIL
palioH, 0aUHA KOMOPO20 8apsuUpyem U3-3a HAAUYUA
VNTR (sapuabenbHoe Konuyecmeo maHOEeMHbIX
nosmopos). 1ameHeHue paccmosHUsA Mexoy
/A1U2aHOCBA3bIBAIOUWUM OOMEHOM U
naasmamuyeckoli mMembpaHol moxcem npusecmu K
0Cn1abaeHUI0 CB8A3bIBAHUA (hakmopa
BunnebpaHoma. Kosnuuecmeo maHOeMHbIx
nosmopos eeHa GP1b onpedensem aHMuU2eHHy
npuHadnexcHocme mpomboyumos K A, B, C, D muny,
codepxcawjux, coomsemcmeeHHo, 4, 3, 2 u 1
nosmopos. bonee dnuHHele sapuaHmMesi B u A
Asnaqaomca pakmopom pucka mpombosos, MEC,
UH(apkma muokapaa.

apmepuanbHo20
mpombo3a
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PUCK TMNEPTOMOUUCTEMHEMUU

Baww cymmapHbIii reHeTUYeCcKn 06ycnoBAEHHbIA PUCK TMNEPTOMOLUCTEMHEMUM:

KoadduumeHT reHeTnUecKoro pucka (% nrogei ¢ Takum K)

Baw K (91.6%)
MUHUMYM

Makcrmym

OnucaHue puUcka:

F'eHbl doNaTHOro UMKAA U NPOdUIb METUNUPOBAHMS.

JdedekTbl reHoB $0M1aTHOrO UMKAA U LMKAA METUINPOBAHUA MMEIOT OTHOLIEHWE K NPeapacnonoXeHHOCTM
3a60/1€BaHNAM YenoBeka B Uesnom. Yem 6onblie aedeKToB B AaHHbIX FeHax MPUCYTCTBYHOT B reHoTUMe
nauueHTa, Tem 6o/blie ero BOCMPUMUMUYMBOCTb K TOKCUHAM M MHPEKLMAM, XPOHUYECKOW ycTasnocTu 1 bonee
paHHEMYy Hayany BO3PaCTHbIX JereHepaTMBHbIX 3aboneBaHui (Mwemuyeckor 6onesHn cepaua,
KapAMomMMonaTMm, COCYyAUCTON AeMEHLMN, OHKONOMMYEeCKUX npoueccos). Bce 3T 6one3HM oTHOCATCA K
MHOTFOQpaKTOPHbIM M1 3aBUCAT TaKXKe 0T 00pa3a KU3HU U OKPYKatoLLEen cpeabl.

Yro TaKkoe METMHMPOBaHMe?

MeTunMpoBaHNE — XMMUYECKan peakuma, npucoegmHeHne MeTuabHbix rpynn (CH3-) K pasnuyHbiM
Mosiekynam. B opraHmsame uenoBeka pobaBneHve WAM «BblYUTAHME» METWUIbHOW Tpynnbl OAUH W3
rNaBHENLMX CNOCOOOB PEeryMpoBaHmA HKNU3HEHHO BaXKHbIX BMOXMMMUYECKMX NPOLLECCOB, TaKMM Cnocobom
M3MEHAETCA aKTUBHOCTb OCHOBHbIX 6uonornyeckmux monekyn AHK, PHK, 6enkos. MeTunbHble rpynnbl
HeobXoAMMbl TaKKe NpU AEeTOKCUMKALUKM KCEHOOMOTUKOB, pereHepaLvuM METMOHMHA W YTUAM3aLMK
romoumcTenHa, cuHTese dochaTManaxonnHa, cUHrommennHa, KpeaTmHa n HelMpomeamatopos. Hanbonee
Ba)XHbIM MOMEHTOM sBAseTcas MeTenmpoBaHue [HK, 3a cueT uyero perynupyetca paboTa reHoB, TaK
HeAOCTaTOYHOE METU/IMPOBAHME AKTUMBHbLIX YYAaCTKOB MPOOHKONEHOB MOXET MPUBOAMUTb K MOBbIWEHUIO
pUCKa 310KaYeCTBEHHbIX MPOLLECCOB.

Yro Takoe $ponaTHbIi UnKn?

®oNaTHbIN LMKA — 3TO LMK B3aMMOMPEBPALLEHUI NMPOU3BOAHbIX PONMEBON KUCNOTbI (BUTamuUHa Bo),
KOTOpble MPOUCXOOAT B pe3ysbTaTe paboTbl ¢pepmeHToB $GOMATHOrO LMKAa. [pou3BoAHble GoMeBo
KMC/IOTbl MCMONb3YIOTCA B KAYeCcTBe NEePEHOCUYMKOB METU/IbHbIX FPYNn A8 NpeBpalLeHns roMoLMCTenHa B
6e30nacHbIi MeTMOHWMH. Kpome ¢oiMeBo KUCNOTbl MCTOYHMKOM METW/IbHBIX TPyMM, NOCTYyMatowmx B
0bmeH ¢$01aToB, ABNAIOTCA HEKOTOPbIE AMUHOKUCAOTbI (CEPUH, TIULMH, TMCTUAMH), MPOU3BOAHbIE XO/MHA
(6eTanH). Ocobyto noTpebHOCTb B GonaTax UCMbITLIBAOT AaKTUBHO AeNAMecs KNeTKU, Hanpumep, KAeTku
KOCTHOrO MO3ra, a TaKMKe KJ/IeTKM pa3BMBAlOLLErocs sMOpMOHa, MO3TOMY HeAoCTaTok $onaToB MOMKET
BbI3bIBaTb BPOXKAEHHbIE MOPOKMU PA3BUTUA Y NI0AA. ANKOTO/b ABNAETCA aHTarOHNMCTOM GpONNEBON KUCIOTbI,
OH CHU)KaeT eé ycBavBaHMe 3a CYET MHIMOUPOBAHNA CMHTE3a NepeHOoCUYMKa GOAaTOB U CHUMKEHWUA CKOPOCTU
3anacaHus $oNaToB B NMeYeHu 1 NoYKax.
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B yuem 3aknouaeTca orpuuatenbHoe AEﬁCTBMe I'OMOLI,VICTEVIHa?

[MoBblweHMe

KOHLLEeHTpaLmn

rOMoUMCTEMHA B KPOBM — (aKTOp pUCKa CepaeyYHO-COCYAMUCTbIX U

HelpoaereHepaTMBHbIX 3aboseBaHMI, TaKUX KaK aTepoCKAepos, uwemuyeckaa 6one3Hb cepaua
(cTeHoKapansa U MHGAPKT MMOKapAa), BEHO3HbIN TPOMB03, MHCYILT K 601e3Hb Anblreiimepa.

3AKAIOYEHUE

CpeAHenonyAaLMOHHbIA PUCK rMMIEProMOoLMCTEMHEMUM.

Pa3BepHYTbI CAUCOK UCCef0BaHHbIX FEHETUUECKMX MapKepoB U UX GyHKLMOHANOM MO HanpaBaeHUIo
npepacrasneH B Buae Tabauubl.

len RS FreHomun DyHKYuA Uumepnpemayusa
MTHFR | rs1801133 G/G Obpasyem akmugHyo ¢hopmy Hopma
¢onuesoli Kuciomel, He0b6X00UMYHO
0015 peMemunuposaHus
2omouucmeuHa u 0pyaux MoseKys, 8
yacmHocmu, AHK.
MTR rs1805087 A/G Yuacmeyem HenocpedcmeeHHO 8 YmepeHHblil pakmop
pememunuposaHuUU 20MoOyUCMeUHa. | nossiwarowuli puck L.
MTRR rs3733890 A/G BoccmaHasausaem pabomy YmepeHHbl1l pakmop
¢epmeHma MTR. nosviwarowuli puck L.
BHMT rs1801394 G/G AnbmepHamueHbIl nyme Hopma. CpedHss

pememunuposaHuda comouyucmeuHa
C ucnosav3osaHuem 6emauHa.

nompebHocme 8
¢ocpamudunxonuHe u
b6emauHe.
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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:

KoadPpuumeHT reHeTuueckoro pucka (% ntogein c Takum K)

Baw K (85.5%) 1,21
MuHuMmym 0,77

Makcumym 4,05

WHANBUAYAAbHBIE PEKOMEHAALUN

He BbISBAEHO 3HAYUTEABHOrO NOBLILUEHUS TEHETU4YECKU OOBYCAOBAEHHOrO
pUCKA rMnepToHU4ecKon OGOAe3HU, OAHAKO BBMAY MHOrod@aKTOPHOCTU 3TOro
COCTOSHMSA, TAKOM PEe3yAbTAT HE UCKAIOHAEeT b NoAHOCTbIO.

OnucaHue pucka:

Perynauma apTepuanbHOro AaB/AeHUS MNPOUCXOAWUT C MOMOLLbIO KOOPAMHWPOBAHHOM PaboThbl
HECKOJIbKMX TOPMOHA/IbHO-PEPMEHTATUBHBIX CUCTEM: KaTEXO/ITAMUHOBOMW, PEHUH-aHTMOTEH3UHOBOW U Ap.
MpucyTcTBME NATONIOMMYECKMX aNNeNell reHOB, KOAMPYIOWMX KatouyeBble 6eNKM 3TUX CUCTEM, NOBbIWAET
BEPOATHOCTb [EKOMMEHCALMWN PETYIMPOBKU YPOBHA apTepuasbHOrO [AaB/eHWA Mpu BO3AENCTBUM
HebnaronpuATHbIX GaKTOPOB OKpyXKatoWwel cpeabl (KypeHuUM, CTPEeCccoB, OXMPEHMUA) U YBEINYMBAIOT
BEPOATHOCTb BO3HUKHOBEHWSI TMNEPTOHUYECKON 60s1e3HN. AnnenbHble BapuaHTbl HEKOTOPbIX FEHOB
accouMMpPOoBaHbl C BapMabenbHOCTbIO CTEMEeHM BO3AEWUCTBUS XPOHUYECKOM TMNEPTOHUM Ha OpraHbl
MULEHN. Kpome TOro, onpeneneHHbl reHOTUN MOMKET BAMATbL Ha MPOrHO3 OTBETa Ha Tepanuio
KOHKPEeTHbIMM NpenapaTamu. Hannmume poacTBEHHUKOB C rMNEPTOHUYECKOM bonesHbto (bpaTba, CECTpbI,
poguTenu, aagu, Tetn, 6abyLliku, AeyWwKU) TakKe aBnseTca GakTopom puUcKa.

CpenoBbiMM GaKTOpaMm PUCKA, 3aMyCKatoLLMMM NaToNOrMYecKnin 3ddeKT reHoB, ABNAIOTCA:

1) n3bbiTouHoe ynoTpebaeHne conu;
2) n3bbITOYHbIA Bec M MOBbIWEHHOe MNoTpebseHne NPOAYKTOB C BbICOKMM FIMKEMUYECKUM

NHAEKCOM («BbICTPbIX» Yyr1eBoaos);

3) XpOHUYECKIIA CTpecc;

4) paboTa B HOYHOE BpeMms;

5) CHUKeHHas PpuU3MyecKas akTUBHOCTb;

6) He4OCTaTOYHOE NPUCYTCTBUE B NULLE aMUHOKUCIOTbI L-aprMHUHa (COAEPKUTCA B TbIKBEHHbIX

CEMEeYKax, MAce U Ap. MPOAYKTaXx).

3AKAIOYEHUE

Mo UCCAEAOBAHHbBIM FEHETUHECKMM MAPKEPAM Yy Bac He BbISBAEHO MOBbILLIEHUS
puUcka runepToHudeckon 6oaesHU. TaKOM pPe3yAbTAT HEe MUCKAIOHAET BEPOSATHOCTb
NOSIBAEHUS ACHHOTO 3a6GOAEBAHMA TAK KAK CYLULECTBYIOT ApYyrMe reHeTuveckue
U HereHeTu4yeckune oakTopbl pUcKa.
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Pa3BepHyTblﬁ CNMUCOK UccsiegoBaHHbIX reHETUYEeCKUX MapKepos U Ux d)yHKLI,VIOHaHOM no HanpaB/ieHU

npepacrasneH B Buae Tabaunubi

reHo-

ren RS mun DyHKYuA Uumepnpemayus

ACE rs4646994 I/D Kamanusupyem pacwenneHue Haubonee uacmo scmpevyaemolli
aHauomeH3uHa | 0o sapuaHm. CpedHenonynsayuoHHbIl
aHauomeH3uHa Il. puckK eunepmoHuu. Heobxodumo

02PaHUYUBAMb COSb.
®dapmarkozeHemuyecKuli mapKkep:
cpedHenonynayUuoHHasA
agpghekmusHocmes UH2UbUMOpPO8
All.

AGT rs699 A/G AHa2uOmeH3UuH, peaynupyem Haubonee uacmo scmpevyaemolli
apmepuasnbHoe dasseHue u sapuaHm. YmepeHHsili pakmop
b6aaaHc 3nekmpoaumos. puCKa aunepmoHu4eckoli 60s1e3HU.

YmepeHHbIl hakmop pucKa cosnb
yygcmeumenoHoU apmepuansbHoU
eunepmoHuu. Heobxodumo
02paHuU4uU8ame cosnb. llosbiweHue
OKMUBHOCMU OH2UOMEH3UHO2eHa
1o cpasHeHuto ¢ eceHomunom A/A.

ADRB1 rs1801253 ¢/G B-adpeHepauyeckuli peuenmop-1 | HelimpanbHsili sapuaHm 6
obycnasnusaem OMHOWeHUU 2unepmoHuu.
husuonozuveckue sghghekmel ®dapmarkozeHemuuecKuli mapKkep:
a0peHanuHa u HopaopeHanuHa. Huxce aghchekm om

/AieKapcmeeHHbIX npenapamos b-
adpeHobs0kamopos rno
CpasHeHUto ¢ Hocumenamu
2eHomuna C/C.

ADRB2 rs1042714 ¢/G bema-adpeHopeyenmop 2 muna. | Haubonee yacmelli sapuaHm.
Mpucymcmayem Ha MeMbpaHax
Knemok 21adKol MycKkyaamypsl U
8 HUPOBbIX KAemKax.

Yuacmeyem e mobunusayuu
HUPA U3 HUPOBbIX KNEeMOK 8
omeem Ha 20PMOHbI (AOPeHAsUH,
HOPAOPEeHAsAUH), CmumMyaupyrom
2/1UK02eHO/U3 8 NeveHU U 8bI6poc
2/1H0KO3bl 8 KPOBbL 0117
80CMOIHEHUA SHepaemu4ecKux
nompebHocmeli pabomebl Mblly,
AGTR1 rs5186 A/C peyenmop K GH2UOMeH3UHY CpedHenonynayuoHHbIl puck Ib.

rnepeoco muna.
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len

RS

reHo-
mun

dyHKYuA

Unmepnpemayus

AGTR2

rs1403543

A/A

Peuernnmop K aHauomeH3uHy
8mMopo20 muna, npusooum K
pacwupeHuro KOPoOHAPHbIX
MUKpoapmepul, a 3Ha4YUmM K
yAy4UWeHUo Kpo8oCHab ¥ eHuUs
MUOKapda, pasdpaxceHue
peuenmopa emopo2o muna
C853QHO C 2ubesbio U
UHa2ubuposaHuem rponugepayuu
3HOOMeNUOYUMOos, Ymo Moxem
0Ka3bI8aMb aHMUAMepo2eHHbIl

agppexkm.

dakmop pucka eunepmpoghuu
7188020 Hesnyo0o4Ka rnpu
XpoHu4ecKoli apmepuasnsHoli
aunepmeH3uu (MoKasaHo 011
MYHCYUH).

NOS3(e)
POL_GF_68

rs1799983

5R/5R

NO-cuHmasa — npouzsodum
OKUC/IeHUe apauHUHa ¢
obpaszosaHuem oKkcuda azoma,
Komopsiii asnaemca
cocydopacliupaouum
¢akmopom.

CpeOdHernonynayuoHHbIl puck Ib.

NOS3(e)

rs4646994

G/T

NO-cuHmasa — npouzsodum
OKUC/IeHUe apauHUHa ¢
obpazosaHuem oKcuda azoma,
Komopsiii asnaemca
cocydopaciupaouum
¢akmopom.

Haubonee uacmo scmpevyaemolli
eeHomun. CpedHenonyAayuoHHbIL
puck Ib.
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PUCK MLLEMUWYECKOW BONE3HU CEPALA

Baw reHeTMyeckui PUCK UiemMmnyeckom 6o1esHu cepaua no nccnegoBaHHbIM reHHbIM JIOKYCaM:

KoaddpurumeHT reHeTuueckoro pucka (% ntogei ¢ takum K)

Baw K (97.5%)
MUHUMYM

Makcumym

WHAUBUAYAAbHbIE PEKOMEHAALNN

O6cyaute Cc Bawmm Aevauwum BpPAYOM BO3MOXKHOCTU AMATHOCTMKM M MpO-
duaakTnkm UBC. CTtapamTecb NPOXoAUTb B A€Hb He MeHee 7000 waros (4-5 km). Bo
Bpems xoAbObl/6era y Bac He AOAXHO BO3HMKATb HEMPUATHbIX OLLLYLLEHUN B FPYAM.
EcAu 3TO He TaK, NPOKOHCYAbTUPYUTECH C BALLMM AeYHaLLUM BPA4OM.

OnucaHue pucka:

NwemuuyecKkas 6onesHb cepaua (MBC) Bbi3BaHa HapyLLEHMEM KPOBOCHABKeHNA cepAeUuHOon MbiLlLbl —
MUWOKapaa. [pensaTcTBoBaTb KPOBOTOKY MOMKET aTepOCKAepoTMYecKas O/AlKa WMAW pesKoe CyKeHue
COCyZ0B. ITO COMPOBOXAAETCA MEPUOAMYECKON OCTPOi b6onblo B 0b6nactm cepaua. Ecnv KpoBOTOK He
BO306OHOBASAETCA, TO BO3SHMKAET MHDAPKT MMOKApPAaA.

NBC aBnaetcs MHOrodaKTopHbIM 3a60/1€BaHMEM B OCHOBE KOTOPOrO JIEXKUT COYETaHWEe Pas/IMyHbIX
NPUYMH, YaCTO COYETAETCS C APYTMMUN CEPLEUYHO-COCYANCTBIMU 3a601€BAHNAMM, TAKMMU KaK TMNepTOHMUS.

dakTopsbl, cBA3aHHble ¢ UBC, nogpasaenstoTca Ha HeMsmeHsemble GaKTopbl pUcka (Bo3pacT, Moa u
reHeTuMka), u moamoduumpyembolie GaKTOpbl PUCKA (FTMNEPTOHMA, TUNEPAUNUAEMUA, KypeHue, auabert,
nosegeHyeckme @aKkTopbl U rMNepTpodUs NEBOrO Kenyaouka), CyLLecTBYOT M 3awuTHble GaKTOPbI
(nMnonpoTenHbl BbicoKolM nnoTHocTM (JINBM), perynspHble ¢u3MYecKMe YNparkKHEeHWs, U ICTPOTreH Y
YKEHLLMH).

dopmmnpoBaHME aTEPOCKNEPOTMUECKOW BAAWKN B apTepUax MPOUCXOAUT AAUTENbHO, rogamu. Mpu
3TOM YesIoBEK KaK MNpaBuaO, He OLYyLAeT KaKUX-TO HEeraTMBHbIX MOCNeACTBUA, MOKa bOnsalwKa He
nepeKpbIBaeT TOK KPoBK B cocyae 6osee yem Ha 50%. B nx popMmnpPOBaHUM MOTYT NPUHMMATbL y4acTUe He
TO/IbKO ANNWABI, HO U ApYyrve KNeTKa, BUPYCbl, aHTUTeNa u Ap. baswKa nmeet 060104Ky, Npu pocTe BASLLIKM
W HaKoM/JeHWe MNUA0B, NPOUCXOAMUT €€ UCTOHYEHME W Pa3PbIB, YEMY TaK¥Ke CrocobCcTByEeT BOCMaieHNe Co
MHOMMMW  aKTUBMPOBAHHbIMM  BOCMA/IMTE/IbHBIMM ~ KNETKaMW U UMTOKMHaMMK. Paspbie  BasLWKK
COMNpoBOXAaeTcA TPOMOO30M M B 3aBUCMMOCTU OT €€ IoKanM3aumm - MHGAPKTY MMOKapaa UAN FOJI0BHOMO
Mo3ra. leHeTuyeckne GpaKkTopbl MOTYT BAMATL HA AECTabUNM3aLMI0 aTEPOCKAEPOTUYECKOMN BAALLKY.

B nccnepoBaHum aHanusa accoumnaumii ¢ MBC, Ha aeBAToMn Xpomocome bbin BbiABAeH NoKyc 9p21.3 (B
yactHocti, reH CDKN2B-AS1 KoTOpbIl y4acTBYeT B perynsumm paboTbl HECKO/IbKMX FEHOB OTBETCTBEHHbIX
3a passutne UBC. Annenb «G» obecneunmsaeT onTUManbHyt0 paboTy, Toraa Kak annenb «C» asnserca
¢daktopom pucka MBC. HebnaronpuATHbIA BapuaHT LIMPOKO PACNpOCTPaHEH B pasHbIX 3THOCAxX, 3TO
CBA3AHO C TeM, YTO C IBOJIIOLMOHHON TOUYKM 3peHUA, CKNOHHOCTb K MBC He BaMAna Ha oTbop, TaK KakK
ABNIAACH «BO3PACTHbIM» 3ab0/1€BaHMEM, BO3HUKAET 0ObIYHO Nocae penpoayKTMBHOIoO BO3pacTa.

3AKAKOYEHUE
CpeAHenonyAsuMOHHbIU PUCK.
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Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM NO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

len

RS

FeHomun

dyHKYuUA

Uumepnpemayua

Gpllla

rs5918

/T

l'eH GPIlla kodupyem mpomboyumapHsili
peuenmop ¢pubpuHoeeHa, y4acmeayem 8
Kaemo4HoUl adze3uu U MexKaemoyHol
cueHanusayuu. lMpu e2o akmusayuu
npoucxodum e3aumodelicmsue
mpombouyuma ¢ pubpuUHO2EHOM KPOBU.

Hopma

ApoE

rs429358,
rs7412

E3/E3

AnonunonpomeuH E. Yyacmsyem 8
obmeHe nunuoos 8 KPosu u 8 obmeHe
XosecmepuHa 8 mo3ze (U 8 HeKOMOopPbIX
Opyaux opaaHax).

Hopma

MMP1

rs1799750

C/del

MMP1 — konnazeHa3a 1, MampukcHas
memannonpomeuHasa 1. ®epmeHm
MMP1 pacwennaem 6enKku e
MeHCK1emo4HOM fpocmpaHcmae
(konnaeensi I, I, I1l, VII, VI, X, XI munoe u
Opyaue). Tpynna pepmeHmos
Mampuy4Hslie MemasnnonpomeuHass!
sKntoyaem 20 b67U3KUX 110
aMUuHoOKucsomHol nocnedosamesnbHocmu
6es1Ko8, 8bIMNOMHAWUX PA3AUYHbIE
¢hyHKYUU 8 (hu3UOA02UHECKUX U
Mamoso2u4ecKux NPoueccax, 8KAYaA
ambpuoeeHes, mKkaHegoe
pemodenuposaHue, 3axcusneHue paH,
socnasneHue u m.0. MMP-1 npuHumaem
yuyacmue 8 0e2padayuu Kosna2eHo8bix
Humeli 8 npouecce pemooenuposaHus
3KCMPAYEenonapPHO20 MaMpPUKCa.

Beiwe akmusHocme
MMP1, ymepeHHbIli
¢hakmop pucka e
OMmHouwieHuu
decmabunusayuu

amepocKsepomu4yeckux

bnawek. Haubosnee
yacmelli eapuaHm.




OBMEH BELLECTB

YPOBEHb XONNIECTEPUHA KPOBU

Balll pMCK NOBbIWEHUA YPOBHSA X0/1eCTEPUHA KPOBMU:

KoadduumneHT reHeTuUecKoro pucka (% nrogei ¢ Takum K)

Baw K (97.0%)
MuHUMmym

Makcmym

OnucaHue puUcka:

XonecTtepuH - BUA, *KUPOB, KOTOPBIN BbINONHAET B OPraHM3Me MHOKECTBO BaXKHbIX QYHKLMI - BXOAMUT B
COCTaB Memb6paH KNeTOoK, ABAAETCA NPeALecTBEHHUKOM CTEPOUAHbIX TOPMOHOB W T.A. XONecTepuH
KPOBW - BaXHbl1 NapameTp, NOBbIWEHNE KOTOPOrO NMPUBOAMUT K YBEIMYEHMIO PUCKA aTEPOCKIepo3a U
aTtepoTpombo3a. XonectepmH nonagaeT B opraHnMam us 60oratol Kupamm nuwim, Ho 6oblUas ero 4acTb
cuMHTe3npyeTca B nevyeHU. COCTOAHME NeYeHU - BaXKHbIN GaKTop, BAUAIOWMIA Ha YPOBEHb XONECTEPUHA.
HekoTopble BapuaHTbl FEHOB, KOAMPYIOWMX BEIKN - NePEHOCYMKN XOIeCcTePUHA, PELLENTOPbl K HEMY U
dbepmeHTbI, y4yacTBylowmMe B ero mMeTabonnsme, accoLMMPOBAHbl C YPOBHEM XonectepuHa. Hopmoii
ABNIAETCA YPOBEHb 06LLEro xonectepuHa meHee 5,2 MmoAb/A. JNA OLEHKU CKOPOCTM NPOrpeccnpoBaHus
aTepOoCKNep0o3a BaXKHO COOTHoLLeHKe xonectepmHa JIMHM (HU3KOM NAOTHOCTU - «NJIOXOW XONECTEPUHY) K
xonectepuHy JINBM (BbICOKOM MAOTHOCTM - «XOPOLUMIA XONECTEPUH»), 3TO COOTHOLUEHME Ha3blBaeTcA
«WMHAEKC aTePOreHHOCTU», B HOPME OH A0/IKeH 6biTb MeHee 2,5.

3AKAIOYEHUE

Mo uccaeAyemMbIM reHeTUMECKMM NPEAUKTOPAM PUCK MOBLILLEHUSA YPOBHS
XOAECTEepPHUHA KPOBU CPEAHENONYASLLUOHHDIN.




Pa33epHyTb|i7| CNMUCOK UccsiegoBaHHbIX reHEeTUYEeCKUX MapKepos U ux (byHKLI,VIOHaHOM no Hanpas/ieHuto

npepacrasneH B Buae Tabaunubi

leH RS Fero- DyHKYUA Uumepnpemayus
mun

ApoE rs429358, E3/E3 | AnonunonpomeuH E. Hopma. He ebisigneHo ¢hakmopa pucKa e

rs7412 Yyacmsyem 8 obmeHe OMHOWeEHUU CAedyrouux npu3HaKos:
AUnudos 8 Kposu U 8 obmeHe M108bIWEHUSA X0NecmepuHad 8 KPosu,
XosnecmepuHa 8 mosee (U 8 nosbiWeHUa mpuanuyepudos Kposu,
Hekomopebix Opyaux opeaHax). | bonesHu Anbyeelimepa.

PPARA | rs135549 c/C Peuenmop akmusayuu Omcymcmeue 3ghgpekma npu oueme ¢
npoaugepayuu nepoKcUcom 02paHUYeHUeM HUpPo8 No CPABHEHUIO C
anbga. Pecynupyem Hocumenamu ezeHomuna TT (Ha ocHosaHUU
3KCnpeccuto 2eHos, usmepeHuA nokasameseli COOMHOWEHUA
KoOupyrouwux gpepmeHmei u opaxyuli nunudos Tr//1MBIM u
mpaHcrnopmHsie 6enKu, JIMHI//IMBI), 6onbwe seposmHocmb
Komopble KOHMpoaupyrom npumeHeHus aunudcHuxcarowux J1C npu
20Meocmas Aunudos, Ymo 6 HapyweHuU AUnuUOHo20 npoguna Kposu.
umoee npusooum K
cmumynayuu okucneHua K u
yAy4yweHuto memabonusma
AUMNonpomeuHos.

<
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YPOBEHb TPUTNTULEPNAOB KPOBU

Balu pMCK NOBbIWEHWUA YPOBHSA TPUIIMLEPULOB KPOBMU:

KoadpuumeHT reHeTuueckoro pucka (% noaei ¢ Takum K)

Baw K (87.0%) 0,89
MuHUMYMm ,73
MaKkcumym 6,5
°o 1 2 3 a4 5 s

OnucaHue pucka:

Tpuranuepuabl - o6WUPHbIA KNAcC MPOB, B COCTaB KOTOPbIX BXOAAT Pa3/iMuHbIE XKMPHbIE KUCAOTbI
(HacblweHHbIE, MOAMHEHACbIWEHHbIE, MOHOHEHAaCbIWEeHHbIe). Bonbluasd 4YacTb KMPOB Mnonagaer B
OPraHnsm 13 MuLLM B BMAE TPUIINLEPUAO0B. YPOBEHb TPUTIULEPUAOB B KPOBM BO MHOTOM 33aBUCUT OT
obbema notpebneHna KUPOB U M3MYECKOM aKTMBHOCTM. CaxapHbli AuabeT M HapyweHue
TO/NIEPAHTHOCTU K YI/1eBOAAM TaKKe ABAAOTCA 3HAYMTe/bHbIM (GAKTOPOM PUCKA BbICOKOrO YPOBHSA
TPUTANLEPMAOB B KpoBM. CyLLEeCTBYIOT pas/iMuMsa B HOPMax YPOBHA TPUTAULLEPUAOB B 3aBUCMMOCTU OT
no/sia 1 Bo3pacTa (4em cTaplue, TeM BbIWE; Y MYXUYMH BblllE, YEM Y MKEHLLMH), OAHAKO KEeNaTeNbHO He

Bbile 2 MMOb/A.

3AKAIOYEHUE

Mo nccaeAyembiM reHeTUHECKUM NPEAUKTOPAM PUCK MNOBbILLEHUS YPOBHS

XOAeCTepHUHA KpOoBH CpeAHeI'IOHYAﬂLIMOHHbIﬁ.
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Pa33epHyTb|i7| CNMUCOK UccsiegoBaHHbIX reHETUYECKUX MapKeposB U Ux ¢yHKLI,VIOHaJ10M no HanpaB/ieHU

npepacrasneH B Buae Tabaunubi

len RS

freHomun

DyHKYUA

Unmepnpemayus

ApoA5 rs662799 | A/A

AnonunonpomeuH A5. Bxodum
8 cOCMAs AUNoNPomMeuHo8
8bICOKOU U 04eHb HU3KOU
naomHocmu. Cmumynupyem
pacnad #upos, uH2ubupyem
CUHMe3 mpuanauyepuoos 8
rneyeHu.

Haubonee yacmeili sapuaHm.
Omcymcmeue 3auumHo20 hakmopa
OXUpeHUs 3a cyem paHHe20
HacelweHus. lMompebHocms 8 Omeeza-3
CpeoHsA.

ApoA5 rs964184 c/C benok «yuHKosbIX nansyes» He sbisigrieHO 2eHemu4ecko2o (hakmopa
pezyaupyem mpaHCKpunyuto pUCKa aunepmpueznuyepudemuu u
2eHo8, NMPoOyKMbl KOMOPbIX memabosnuyecko2o cuHopoma. B
pez2ynupyrom ypoeeHs CpeOHeM, MeHbLE 8bIPAHCEHO 8AUAHUE
mpuzauyepudos. HU3KoMcuposoli duemel Ha AUMNUOHbIU
npoguns yem y nayueHmos ¢
Hocumesnbcmeom annena «Gr.
ApoC3 rs2854117 | ¢/C APOC-Ill exodum e cocmas dakmop pucka nosviweHUs YyPoBHA
JIMBI u JINMOHI u xunoMukpoH, | mpuenauyepudos. Heobxodumo
UHaubupyem akmueHocmes LPL. | o2paHuyusame xupel. Pakmop pucKa
Heas1Ko20/1bHO20 CMeamoz2ernamaosa.
ApoE rs429358, | E3/E3 AnonunonpomeuH E. Hopma. He sbisigieHO ¢hakmopa pucka e
rs7412 Yyacmeyem e obmeHe nunuéos | OMHOWeHUU Ce0yiouUx MpU3HAKO8:
8 Kposu u 8 obmeHe M108bIWEHUA X0/1eCMePUHA 8 KPOBU;
XxonecmepuHa 8 mosee (U 8 MosbIWeHUA mpuaauyepudos Kposu,
HeKomopbix Opy2ux op2aHax). b6one3Hu Anbyeelimepa.
FABP2 rs1799883 | C¢/C lNepeHocYUK HUPHbIX KUCiom 8 | MeHee akmug8Hoe 8CaCbIBAHUE HUPO8 8
MOHKOM KUWeYHUKe. KuweYyHuKe, MeHbwe puck omsaoxceHusa
Konmponupyem JUPOB BOKPY2 BHYMpPEHHUX 0P2aHO8.
agppekmusHOCMb yceoeHus Huice aghgpekmusHocmeo
HUPOB, NoCMynarujux c HU3KOM(Upo8bix duem. MeHbwe pucK
nuwed. aunepmpueznuyepudemud.
LPL rs328 c/C JlunonpomeuH anunasa He 8bifigrieHO 2eHemu4ecko2o hakmopa

ocyuiecmesnsem 2uoposau3
mpuenuyepudos, omuwienssas
YUPHbIE KUC/10Mbl, BXOO0AUUX 8
cocmas xunomukpoH u JIMOHTT,
pez2yaupys, makum obpasom,
yposeHb T 8 Kposu u
obecrie4yusas aHepazemu4ecKue
nompebHocmu mkaHel.

pUCKa eunepmpuanuyepudemuu u
Heas1IKo20/16HO020 CMeamoeenamo3sa
fpu dueme ¢ 8bICOKUM COOepHCaHUEM
Hupos.
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PUCK HAPYLLEHWUA IUNUAHOTO OBMEHA (TMNEPXONECTEPUHEMWU) U BONE3HU
ANbLTEMMEPA (FEH APOE)

Puck 6onesHn Anbureimepa Ha ocHoBe aHanunsa reHa ApokE:

4 o
Kos MUUMEHT reHeTUYecKoro pucka (% nrogeit ¢c Takum K

Baw K (97.0%)
MuHUMYM

MaKkcumym

OnucaHue pucka:

300poBbe cepAaLa M cocyaoB BO MHOMOM 3aBMCUT OT OCOBEHHOCTEN KMPOBOrO 0OMEHa B Hallem Tene.
HapyweHus obmeHa AMNMAOB M MOBbILWEHME YPOBHA TaKMX MOKasaTenelr BUOXMMMYECKOro aHanmsa
KPOBM, KaK XONECTEPUH U TPUMAMLEPUAbl - OOLLEM3BECTHbLIN (aKTOpP pUCKa cepaevyHO-COCYAUCTbIX
3aboneBaHuit. Kpome nutaHnsa 1 obpasa *KU3HM Ha BblPayKEHHOE B/IMAHUE HA KMUPOBON 0OMEH MmeroT
HalK reHeTMyeckne ocobeHHocTM. OueHb BaXKHbIM H6enok «AnonunonpotenmH E» KoaupyeTca reHom
«ApoE» n KpallHe HeobxoAMM ANA TPAHCMNOPTa KMPOB B KAeTKU. [eHoTMNn ApoE BAuAeT Ha ypoBeHb
TPUFMLLEPUAO0B U XONECTEPUHA B KPOBM.

Kpome Toro, atoT 6e€10K HeobxoAMM AN CO34aHMA TaK HasblBAEMbIX «MWENNHOBLIX 060/0YEK» B
HEepPBHOM TKaHKM, 6e3 KOTOpbIX HapyLIAaeTcAs MPOBOAMMOCTb MO HEpPBHbIM NyTAM. HebnaronpuAaTHbIN
reHoTMn ApoE accoummpoBaH c 60/1e3Hblo Anblrelimepa - NPorpeccupyoLei NoTepu NamaTy.

leHeTUKM BblAENAT TPU BapuaHTa reHa ApokE: €2, €3, 4. BapnaHT ApoE €3 BcTpevaetca y 70% ntogein u
cymTaeTca 6naronpuATHbIM BapuMaHTOM. BapuaHT ApoE €2 BapuaHT MMeeT 3HAYMTEesIbHO MEHbLUYHO
CBA3bIBAIOLLYO CMNOCOOHOCTb K peuenTopy JIMMNOMNPOTEMHOB HU3KOM MJOTHOCTM, M KaK crencTBue
3ameasieHve BbiBeAeHUe TPpUramuepunaos U3 Kposu. BapumaHT ApoE €4 cBA3aH C nNOBblWEHMEM
XOJIeCTepPUHA, ABNAETCA FeHETUYECKMM PAKTOPOM pUCKa MHDAPKTa MUOKapAa, NWLEMNYECKOTO MHCY/IbTa
1 6onesHn Anblrelimepa B UCCeL0BaHUAX NPOBOAUMBIX C YH4ACTUEM KUTENEN Pa3HbIX CTPAH.

3AKAIOYEHUE

Y Bac BbISIBA€H BAPUAHT, CBA3GHHbIM C ONTUMAAbHOMU pa6oToun reHa APOE.
Apyrue reHeTndeckmne oaKTOPbl TAKXKE MOTYT BAUATD
HaQ pUckK 60Ae3HU AAbUrermepa.
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PHYTbIA CMUCOK UCCNEA0BAHHbIX FTEHETUYECKMX MapPKePOB U UX GYHKLMOHANOM MO HaNPaBAEHUIO
peACcTaBneH B BUge Tabamubl

ren RS I'e::m DyHKYuA NHumepnpemayua

o
ApoE rs429358, | E3/E3 | AnoaunonpomeuH E. Yaacmeyem e | Hopma. OnmumasneHas paboma
rs7412 obmMeHe nunudos 8 Kposu U 8 ApoE. He ebiagneHo ¢hakmopa pucka

o &
obmeHe xonecmepuHa e mo3see (ue | bosesHu Anbuyeelimepa. )
HeKkomopbix Opyaux opeaHax).




PUCK HAPYLWLEHUA PABOTbl CUCTEMbI AETOKCUKALIUN OPTAHU3MA

Baw MH,D,MBM,D,yaIIbeIﬁ PUCK HapyweHHUA pa6OTbI CUCTEMDI AETOKCUKALUNN OpraHn3ma:

KoadduumeHT reHeTuUecKoro pucka (% nrogei ¢ Takum K)

Baw K (20.1%) 2,6
MuHUMym 1

Makcumym 21,5

UWHAUBUAYAAbHbIE PEKOMEHAALNN

YyutbiBass,, 41O Yy Bac MeaAAeHHee BbIBOAATCSA MPOKAHLL,EPOreHHble
KOMMOHEHTbl TAGAYHOro AbIMQ, PUCK OHKOAOINM4eCKUX npouecCoB MNOBbILUEH.
Ecau Bbl kypuTte, HOCTGpCIﬁTer NMPUHATb Mepbl MO CHUXEeHUI KOAu4ecCcTBa
BbIKYPUBAEMbIX CUrapeT U CTPpeMUTeCb K NMOAHOMY OTKA3Yy OT KypeHus, 3TO
quﬁHe BAXKHO AASl COXPOHEeHUs Baluero 3A0pOBbsS 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 OHKOJI0MMYeCKMNX npoueccos, npexae BCero paka
NNETKUX, TPaxXen 1 ropTaHn. MNonagan 8 OpraHn3m 4esioBeKa KaHUueporeHbl TabayHoro AblMa noaBeprarTca
d)epMEHTHOﬁ OETOKCUKauMN. W3BeCTHbl reHeTUYecKne BapMaHTbl, CHUMMXKAKOLWME AKTUBHOCTb pa6OTbI
d)epMEHTOB AETOKCMKaunn1, B pe3ynbTate 4yero KaHueporeHbl A0/iblle COXPaHAKTCA B OpPraHM3me 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 CHUXXEHUEM 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, COOEPHAULUXCA 8 MUUEBOM
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 MPOoMUBOPAKO8bIe Npernapamesi,
a makxce npomusomybepKynesHoie
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 2nymamuoH-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®BO2aYUU C 2yMamuoHOM (roau
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/102UYecKux
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
memabosuzme 20pMOHOS, 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 demoKcuKkayuu 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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ATONKUA

PUck aTonnyeckmx (annepruyeckmnx) peakumi:

KoadpdpurumeHT reHeTuUeckoro pucka (% ntopeii ¢ Takum K)

Baw K (6.1%)
MuHUMYM

Makcumym

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

WHANBUAYAABHBIE PEKOMEHAALMN

Mpu NOSBA€HMM ATONUYECKUX PEAKLUN NPOKOHCYAbTUPYUTECH C MMMYHOAOIrOM-
aAAeproAroromM. CtapanTecb COBAI0AAQTb MTMMNOAAAEPTeHHYI0 AUeTY. C OCTOPOXKHOCTLIO
OTHOCUTECD K 3K30TUHECKUM AAM Bac npoAykTam.

OnucaHue puUcKa:

ATonns — 3TO cnocobHOCTb OpraHM3ma K MOBbIWEHHON BbipaboTKe crneundPUUecKMXx MONEeKyn -
nMmmMyHornobynuHa E (IgE) B oTBeT Ha BO3A4eNCTBME aHTUTEHOB OKpY*KatoLwen cpeabl. Mpu B3anmoaencTsmum
annepreHa c IgE, BbipabaTtbiBaloTCA MeaMaTopbl anneprum (rMcTamuH, NeMKOTPUEHbBI, NpocTarfaHAaMHbI U
Ap.), KOoTopble BbI3blBAlOT OTEK, MOBbIWEHME COCYAMUCTOM MNPOHMLLAEMOCTU, TMMNEPCEKPELMIO CAUBUCTBIX
YKenes, COKpalleHWe TrNagKon MYCKy/aTypbl, pasgpakeHne nepudepuyeckmx HEpPBHbIX OKOHYAHWIA. ITO
NPUBOAUT K PasBUTUIO ajNIeprMYeckoro BOCMNasNeHus, COCTaBAAIOLLEro OCHOBY KAMHUYECKUX MPOABAEHUN
annepruyeckmx (aTonnyeckux) sabonesaHui.

dopmbl  aTONMYECKOW anneprumn: aTtonMUecknii OepmaTuT, aToOMUYECKUA PeHUT (NoNAUHO3) WU
annepruyeckan actma.

ATOonMsA MMeeT Hac/NeACTBEHHYI NpPeapacnosioxKeHHoCTb. Ecim atonuen cTpagaetr oguMH pPoauTenb,
natonorus B 50% nepepaetca getam, ecnm oba - B 75%.

B OaHHbIM TECT BKAOYEHbI FEHETUYECKME MApPKepbl, KOTOPblE BAMUAIOT HA PUCK aTOMMK 33 CYET Pa3HbIX
MEXaHM3MOB AeNCTBUA:

— BOcnaauTenbHbl oTBeT: IL-13, IL4;

— 06e3BperKnBaHNE PasIMUYHbIX XMMUYECKUX BELLECTB, NMonaaatowmx B OpraHM3m - KCEHOOUOTUKOB
(nonntoTtaHTbl, 6bITOBAA XMMMA M T.4.): GSTT1, GSTM1.

3AKAKOYEHUE

YMepEeHHO NOBbILLEH PUCK AAAEPIUHECKUX NPOSIBAEHUN. Apyrue reHeTu4eckue
U HereHeTu4Yeckue hakTopbl BAUSIIOT HO ACGHHbIM PUCK.
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Pa3BepHYTbI CAMCOK UCC/eA0BaHHbIX FEHETUUECKMX MapKepoB U UX GYHKLMOHANOM NO HanpaBAeHUIo
npepacTasneH B Buae Tabnuubi

len

RS

renomun

DyHKYUA

NUHmepnpemayusa

L4

rs2243250

T/T

UHmepnelikuH 4 — npomusosocrnanumesnsHeil
YUMOKUH, pe2yaamop pocma u
dugppepeHuyuayuu B-numepoyumos, a makice
npoyecca buocuHmesa umu aHmumesn. N/1-4
nodasnaem odelicmsue U/1-16, U/1-6 u TNFa
(nposocnanumersnbHbiX YUMOKUHOS). IL-4
ycunusaem svipabomky IgE, u nossiweHue e2o
YPOBHA MOXem rposoyuposams passumue
annepauyveckux peakyuli u eocnaneHus
OdbixamesnbHbix nymed.

®akmop pucka amonuu.
3awumHeili aghgpekm 8
OMHoWeHUU UHGapKma
MUOKapda 8 Mos1o00oM
so3pacme. ®axkmop
pUCKa sumusueo.

GSTT1

POL_GF 49

+/+

®epmeHm GSTT1 - 2n1ymamuoH-S-
mpaHcpepasa-T, Heobxodum 011
0emoKCUKayuu NpoMbilAEHHbIX KAHUepo2eHo8
(8 yacmHocmu, xa0pmemaHos u op.
20/102eHNPOU3BOOHbIX A/IKAHO8, 1,2-3rmoKcu-3-
(4-HUMpogeHoKcu)-nponaHa), KoOMMNoHeHMo8s
maba4yHo20 0biMa, BUHUAXA0PUOOS,
codepxcawjuxcsa e nuwiesom naacmuke [PMID:
9851677, 9285043, 11317340]. KoHbloeupyem
2/1ymamuoH ¢ 60bWUM YUCOM 3HOO02EHHbIX
coeduHeHUl, MaKux KaK nepexkucHsie Aunuobl
[PMID: 19664997]. ®apmaKonozauyeckue
cybcmpamel 8KAHOYAIOM 3MONo3uo,
b6ycynbghaH, NaamuHossbie MpomusopaKkoasie
npenapamel, a Maxkice
npomusomybepKyne3Hsie npenapamel
U30HUQA3UO, pughamnuyuH u nupasuHamuo
¢eHemunuzomuoyuaHam, 4-
HumpobeH3unaxnopuod u 4-
HumpogeHemunbpomud [PMID: 8770536,
21215809, 21844884, 20200426, 22012226].

Hopma

GSTM1

POL_GF_48

+/+

GSTM1 npedcmasnsem coboli enymamuoH-S-
mpaHcgepasy Kaacca mro. depmeHmel Kaacca
MI0 yyacmayrom 8 0emoKcuKayuu
3n1eKmpogunbHbix coeOUHeHuUl, BKAOYASA
KaHYepozeHbl, mepanesmuyeckue npenapamsi,
MOKCUHbI oKpyxarouweli cpedsl U npodyKkmeol
OKUC/UMensHo20 cmpecca, mymem
KOHBI02aYUU € 21ymamuoHOM (nonau
apomamuyecKkue y2nee000po0bi, 3MOKCUOHbIE,
npou3800HbIe beH3MupeHa), KOMMOHEHMO8
mabayHo2o 0biMa, BUHUXA0PUOOS,
co0epHawuxca 8 NUU,esoM naacmukxe.

Hopma
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COMPOTUBNAEMOCTb BALLEFO OPFAHU3MA BUPYCAM U MUKOBAKTEPUAM
TYBEPKY/E3A

PUCK CHMXXeHunA NPOTUBOBUPYCHOIO 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 W
COMPOTMBASAEMOCTb K  BUPYCHbIM  MHOEKUMAM  33aBMCUT, B  YaCTHOCTM, OT TeHEeTUYECKon
npeapacroNoKeHHOCTH.

3AKAIOYEHUE

CpeAHﬂﬂ NPOTUBOBUPYCHASA 3ALLUTA. Apyrue reHeTu4eckK1ue U HereHeTu4eckue d)GKTOpr
OPraHunima, ad TakKke naToreHHOCTb BUPYCA MOTYT BAUATb HA ACHHbIN PUCK.

Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUUECKMX MapKepoBs U UX GyHKLMOHANOM MO HanpaBaeHUIo
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.

rosbIWEeHU0 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/IbHbINA ANMNAPAT

OCTEOMNOPO3 - MNOTEPA KOCTHOM N/IOTHOCTHU

Baw nHAMBUAYanbHbI PUCK OCTEONOPO3a:

4 <
Koa MUUMEHT reHeTUYeCcKoro pucka (% nogeit ¢ tTakum K

Baw K (87.5%) ,95

MuHUMYM 0,9

Makcumym 2,1

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

WHANBUAYAAbHBIE PEKOMEHAALUN

MocuAbHbIE peryAspHbie ousnHeckme Harpysku NoBbILLAIOT KOCTHYIO
MAccy U NPOoPUAAKTUPYIOT OCTEONOPO3.

OnucaHue pucka:

OcTeonopo3 - pacnpocTpaHeHHoe 3aboneBaHMe KOCTHOW CUCTEMbI, KOTOpPOe XapaKTepusyercs
YMeHbLUEHMEM MACCbl KOCTHOM TKaHM W HapyleHuem ee cTpoeHus. MNocneactBMeM TakKUX M3MEHEHUM
AB/IAKOTCA YacTble Nepenombl, 0CO6eHHO KocTen beapa, npeanneyba U NO3BOHKOB. Y EHLMH 0CTEeONopo3
NPOTEKAET TANKENEE, YEM Y MYMKUMH.

Ha pasBuTMe ocTeonoposa BAMAIOT: FOPMOHasbHbIM ¢GOH, 0b6pa3 KM3HM, OKpyXKalowasa cpega MU
reHeTUYecKasn NPeapacrooKeHHOCTb.

PazpaboTaHbl MeTOAMKM NPOUNAKTUKM W JedeHns ocTeonopos3a. Ob6Lien3BecTHbIMU  MEeTo4aMM,
NOBbILLAKOWMMM MNOTHOCTb KOCTHOM TKaHW, ABAAIOTCA, OU3MYECKME Harpysku, AMeToTepanus npuem
BMTaMMWHOB.

CKOpOCTb nortepu KOCTHOM MaccCbl 3aBUCUT U OT FEHETUYECKMX d)aKTopOB.

KonnareH - o4nH N3 OCHOBHbIX 6enkos OpraHn4ecKoro maTpmuKca KOCTHOW TKaHU " cyxommnmﬁ. KonnareHa
1 TmMna BXoauT B COCTaB KOCTEN KOXM U cyxommnmﬁ, H66ﬂaFOI'IpMF|THbIe reHeTUYecKum He6l'IaFOI'IpMF|THbIe
BapMaHTbl B reHe KonsareHa 1, cBA3aHbl C HECOBEPLUEHHbIM OCTEOreHe3OM, OCTEONOPO30M U PaHHUM

CTapeHUNeM KOXHU.

CHU}KeHWe aKTUBHOCTM PaboTbl peLenTopos K ButamuHy D, kogupyemblie reHom VDR, MoryT npuBoauTb K
CHU}KEHHOMY OTBETY Ha BUTaMMH D M CHUXKEHUIO MUHEPaNN3aLMM KOCTHOW TKaHMU.

3AKAIKOYEHUE
CpeAHenonyAsLMOHHbIA PUCK OCTEONOpPO3d.
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Pa3BepHyTbIl CMUCOK UCCIEA0BAHHbBIX rEHETUYECKUX MAaPKEPOB M UX GYHKLMOHAIOM NO HaNpaB/ieHUIo
npeAcTaB/ieH B BUuae 1abanupl

ren RS Fero- dyHKYUA Uumepnpemayusa
mun

COLl1al | rs1800012 C/C | COL1al - kodupyem al uyens 6enka Hopma
KonnazeHa 1 muna. KosanazeH — ocHOBHOU
KOoMoHeHmM coeduHumenbHolU MKaHu
yesioseka.

MMP1 rs1799750 C/del | MMP1 — konnazeHasa 1, MampuKcHas Boiwe akmusHocmes MMP1,
memasnnonpomeuHasa 1. ®epmerm MMP1 | yem npu sapuaHme del/del.
pacuwennsem 6eaKu 8 MEXCKAEMOYHOM Haubonee yacmelli sapuaHm —
npocmpaHcmee (konnaeensi I, 11, 11, VII, cpedHenonyAayUOHHbIU PUCK.
VIIl, X, XI munose u dpyaue). pynna
thepmeHmos MampuyHsie
memansnonpomeuHasel skaodaem 20
61U3KUX 10 AMUHOKUCAOMHOU
nocnedosamenbHocmu 6esKos,
8bIMOHAOUWUX PA3AUYHbIE PYHKUUU 8
hu3uonozu4ecKUx U mamosno2u4ecKux
npoyeccax, 8knYasa ambpuozeHes,
mKaHegoe pemodenuposaHue,
3axcusneHuUe paH, socrnaseHue u m.o.

MMP-1 npuHumaem y4yacmue 8
Odezpadauyuu KosnazeHosbix Humeli 8
npoyecce pemooenuposaHus
3KCMPAYEenonAapPHO20 MaMpPUKCa.

VDR rs1544410 C/C | Peuenmop sumamuHa D, (Bsml), anneno B | [MpomexkmueHsbili 3hchekm 8
(Bsml+), c8a3aH ¢ HU3KOU GKMUBHOCMbIO OMHoWeHUU ocmeonopo3a
peuyenmopa, HU3KUM yposHem ®apmarozeHemuka: lpu
0CMeoKanbYUHA U CHUXEeHUeM mepanuu aneHOPoHamMom
MUHepansHol naomHocmu Kocmel. appekm meHbwe, Yem npu

Hocumesnscmee sapuaHma T.
el
5
', v ;', .
Le
»
f‘ A»
ge X,
= -
. ~

‘\~.
"
%
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FEHETUYECKWIA PUCK BOCMANEHWUA CYCTABOB
(OCTEOAPTPUT U OCTEOAPTPO3)

Baw nHAMBUAYaNnbHbI PUCK OCTEOAPTPO3a:

4 <
Kos MUUMEHT reHeTUYeCcKoro pucka (% nogeit ¢c Takum K

Baw K (99.9%) 1
MuHUMym

Makcnmym

WHANBUAYAABHBIE PEKOMEHAALNUN

MPOKOHCYABTUPYHUTECH C BPAYOM-OPTONEAOM MO BO3MOXHOCTU NPOOUAAKTUKH
U Ae4EeHMUs OCTeodpTpOo3a.

OnucaHue puUcKa:

Odedopmupyrownii ocTeoapTpos - AereHepaTUBHO-AMCTpoduUeckoe 3aboneBaHWe CyCcTaBoB, B OCHOBE
KOTOPOro HaxoAMTCA MOpaKeHMe XpAWEN CycTaBHbIX MOBepxHOCTel. B ocHoBe AereHepaTUBHbIX
ANCTPOOUYECKMX M3MEHEHWI NPU apTPO3e NEeXUT NEPBMYHOE MOBPEXKAEHME XPAWA C NOCAeayioLLen
BOCMa/IMTE/IbHOWM peaKLmMen, No3TOMY YacTo apTPOo3 Ha3bIBalOT apTPO30-apTPUTOM.

B pasBMTMM OCTEOApPTPO3a Beayllyld pPoJib WrpaloT HEKoTOopble BOCMa/AUTENbHble 3aboneBaHus,
[ONTOBPEMEHHbIE CTAaTUYECKME Harpy3Ku (Hanpumep, cuaayan Uam ctoavan paboTa), NoabeM TAXKECTEN,
M36bITOYHbIN BEC UK paHee MojaydYeHHble TpaBmbl. C BO3pacTOM Ke Beayllylo posib B GOpMUPOBaAHUN
[AECTPYKTUBHbIX NPOLLECCOB Yalle UrpatoT npobaems! C cocyaamu, HapylueHre metaboamMsma, HegoCTaToK
KMCIOPOAa B TKAHAX, A TaKKe HeAoCTaTouYHas GpYHKLMSA LWUTOBUAHbLIX UM NOOBbIX Xenes. Kpome Toro, B
KayecTse NPUYMH PACCMaATPUBAOT HEKOTOPbIE reHeTUYecKkue GpakTopsbl.

3AKAIOYEHUE

Y Bac BbIsiIBA€HbI reHeTH4eckne coakTopbl PUCKA OCTEOAPTPO3d, OAHAKO PUCK
He NpeBbiLaeT CPeAHENONYASLUOHHbIA. Apyrue reHeTU4eckKue u HereHeTU4eckue
baKTOpPbI MOrYT BAUATb HO PUCK OCTEOAPTPO3d.

48



Pa3BepHyTbli1 CMUCOK UCCIEA0BAHHbIX FEHETUYECKUX MapPKepOoB U UX GYHKLMOHANOM MO HanpaBAeHUIo
npeacTassieH B Buae Tabnunupi

leH RS Feno- dyHKYUA Uumepnpemayus
mun
MMP1 rs1799750 | C/del MMP1 — konnazeHa3a 1, MamMpuKCcHaA Bobiwe akmusHocme
memannonpomeuHasa 1. PepmeHm MMP1 MMP1, yvem ripu
pacwerissem 6esKu 8 MeXKAemo4Hom sapuaHme del/del.
npocmpaHcmee (konnaeensi I, 11, Ill, VII, VIII, X, XI Haubonee yacmelii
munos u Opyaue). [pynna gpepmeHmos 8apuaHm —
Mampu4Hbsie MemarisionpomeuHassl 8katoyaem 20 | cpedHenonynayuoHHbIl
671U3KUX 0 AMUHOKUCA0MHOU PUCK.

nocnedosamesibHocmu 6es1K08, 8bIMOMHAUWUX
pasauYHble hyHKYUU 8 ¢hu3U0M02UHECKUX U
namosi02uYecKux npoyeccax, 8KAYas
ambpuozeHe3, mKaHesoe peMooesnuposaHue,
3axcusneHue paH, eocraneHue u m.o. MMP-1
npuHUMaem yyacmue 8 0e2padayuu Kosaa2eHosbix
Humeli 8 npoyecce pemooenuposaHus
3KCMPAYennonapHo2o MampuKca.




AHKW103UPYIOLLUIA CNOHAUNUT (BONE3Hb BEXTEPEBA) OMIM 106300

Puck 6onesHn bextepena:

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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MUWANTUA NPU PUSUYECKUX HATPY3KAX

PyUcK mranrmm npm GU3NYECKMX HarpysKax:

KoadduumeHT reHeTuecKoro pucka (% nogeit ¢ Takum K)

Baw K (77.0%)
MuHUMYM

Makcumym

OnucaHue puUckKa:

Mpn ycuneHHbix $U3MYECKMX Harpyskax MoBbilaeTcA NoTpebHoCTb B 3HeprosatpaTax. benok,
Koanpyemblii reHom AMPD1 npuHMmaeT yyactve B npoLleccax obecnevyeHnsa aHepruen paboTtatoLmx
CKeneTHbix Mblwl. Mpyn ero aeduumte NPOUCXOAUT HAPYLWIEHME SHEProcHabKeHMA MblwL, U
noBpexXaeHU MblilleYHbIX KJIeTOK, YTO COMPOBOXAaeTCA MUKPOTpPpaBMaMn U NOBbIWLeHNEM YPOBHA
NakTaTa u 6oaAMKM B MbllLAX - MUaarmei. Mpu onTMManbHOM 3HepreTMyeckom obmeHe yenosek
MOKET BbINOIHATb HOJiee BblipaXKeHHble GU3NYECKME HATPY3KMU.

3AKAIOYEHUE

He BbISBA@HO (PAKTOPA PUCKA MOBLILLEHHOW CKAOHHOCTHU K MUAATUU NOCAE
chusmyeckux Harpysok.

Pa3BepHYTbI CMUCOK UCCNen0BaHHbIX FEHETUUECKMX MapKepoB U UX GYHKLMOHANOM MO HanpaBaeHUIo
npepcTasneH B Buge Tabnuubl

reHo-
T R (o] U
eH S mun YHKYuUA Hmepnpemayus
AMPD1 rs17602729 | G/G AM®-0e3zamuHaza 1-o2o0 muna, Hopma. Haubonee yacmeiii
npuHUMaem yyacmue 8 npouyeccax sapuaHm.
obecrnieyeHus aHepaueli

pa6ommou4ux CKes1emHbIX mblwy.
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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 BEPOSATHOCTb AOGUTLCSH
ycnexa B TeX BUAAX CMOPTA, B KOTOPbIX BOXKHEE BbIHOCAUBOCTb.

OnucaHue pucka:

CnpuHTep uam ctaep? CKOPOCTb M CUIA COKPALLEHWI CKeNeTHbIX MbIWL, BO3pacTaeT B pe3ysbraTte
TPEHUPOBOYHOIO NpoLecca. Y ntogei ¢ pasAnYHbIMU FreHOTUNAMM eCTb OT/IMYMA KaK B UCXOLHOMN MblLLEYHOM
CUfie, TaK U B CKOPOCTM MPOrpeccMpoBaHMA BO BPeMA TPEHUPOBOK. CTPYKTypa MbllWLl, HEOAHOPOAHA.
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 OpraHuM3ma obecneunsaTb Mbilllpbl KUCA0POAOM. OHM HEOBXOAUMBI
ONs BbICTPOro M CUIbHOTO COKPALLLEHMA MbILLLL B TAKUX BUAAX CNOPTa, KaK CNPUHT U TAXKeNas aTAeTuKa.

CocTaB MbllLEYHbIX BONOKOH 6osiee yem Ha 50% 3aBUCUMT OT HaAcneACTBEHHbIX GaKTOPOB M MOYTU He
MEHSAETCA NMPU 3aHATUAX CNOPTOM. Ha 3TOM OCHOBaHMM MO COCTaBY MbILLEYHbIX BOJOKOH C 60/blION Aonen
BEPOATHOCTU MOKHO onpeaennTb NpeapacnonoKeHHOCTb K Pa3/IMYHbIM BUAaM cnopTta. PesyabTaTbl aHanm3a
6MOMNCUMN CKENETHbIX MbILIL, BbICOKOKBAaAUOULIMPOBAHHbIX CMOPTCMEHOB CBUAETENLCTBYIOT O NpeobiagaHnm
MeAJ/IEHHbIX MbILLEYHbIX BOJIOKOH Yy CTaiepoB, a ObICTPbIX MbILIEYHbIX BOMIOKOH Yy CNpuUHTepoB. PaBHoe
COOTHOLLEHNE MeJIEHHbIX N BbICTPbIX MbILLEYHbIX BOJIOKOH XapaKTepHO A/1A TeX, KTO 3aHMMAaeTca UrpoBbIMU
BMAAMM CropTa 1 eanHOBopLEB.

lFeH ACTN3 KoaupyeT 6en10K aKTUH-3, BXOAALIMIN B COCTaB «ObICTPbIX» MbILIEYHbIX BOJIOKOH. BbifiBNEHO,
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

> <
rs1815739 Cc/T AKmMuH-3, omeeyaem 3a MeHbwe seposmHoOCMb cmameo g »

3

paszsumue «Bbbicmpoix» crnpuHmepom « Oaumnuiicko2o ypo_'em
MbIWEYHbIX 80/IOKOH. Bbiwe sepoamHocms 006UMbCA ycrexa e
mex 8udax criopma, 8 KOMopPbIX BaXHee
8bIHOC/IUBOCM®. -

~
-
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-
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HYTPUTEHETUKA

4YBCTBO HACbILLEHUA U CKTOHHOCTb K NEPEEAAHUIO

Bawa reHeTmnyeckan npegpacnosioxKeHHOCTb K nNepeeaaHuio:

KoadpuumeHT reHeTuuecKkoro pucka (% nopei ¢ Takum K)

Baw K (36.6%) 0,9
MuHUMyMm 0,72
Makcmmym 2
0 05 ; 15 2 25

WHANBUAYAABHBIE PEKOMEHAALNN

CaeauTe 30 06bEMOM PA30BOM NOpuUK. 3apaHee NAGHUPYUTE KOAUHECTBO
€Abl HO OAUH NMPUEM NULLLU.

OnucaHue puUcKa:

MyieBoe HacblWeHUe - UCYe3HOBEHMEe YyBCTBa ro/oga nociae npuvema MuuwM, OTKas OT AasbHenwero
npvema nuuim. CKOPOCTb HaCbIWEHUA 3aBUCUT KaK OT MEXaHWYeCKUX (pacTsaeHue Xenyaka), Tak u oT
HEMPO3HAOKPUHHbIX GaKTOPOB (BblAeNeHMEe aKTUBHbIX BELLECTB, BAMAIOLWMX Ha LEHTP HacblleHue B
ro/IOBHOM MO3re). M3MeHeHUA B reHax, BAMAIOWMX Ha HEMPO3IHAOKPUHHbIE PEaKLMU, MOMKET U3MEHATb
KOHLIEHTPALMIO M aKTUMBHOCTb KOAMPYEMbIX MMW 6enKOB - FOPMOHOB W, TakMm o06pasom, BAMATbL Ha
CKOPOCTb BO3HMKHOBEHMA 4YyBCTBAa CbITOCTU. JlloAAM C HebnaronpuATHbIMKW BapvaHTaMM 3TUX FEHOB
C/IOXKHee KOHTPOAMPOBaTb 06bEM CbeAaemMoM MULLM, Y HUX MO3¥KE MPUXOAMUT OLLYLLEHWE CbITOCTM, YTO
MOXET BblpayKaTbCA B NepeegaHuu.

3AKAIOYEHUE

Mo pe3yAbTATAM reHeTU4EeCKOro TecTa Baw puck nepeeAaHus u3-3a NosAHeEro
HACTYNA€HUA HyYBCTBA HACHILWEHNUA BO BPeMSA €Abl CpeAHeHOHYAﬂLI.MOHHbIﬁ.
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b1 CIMCOK MCCNeA0BaHHbIX FeHETUUYECKMX MapPKepOoB U UX GYHKLMOHA/IOM MO HaMpaB/AeHUIo
ACTaBNEH B BUAeE Tabaunubl

.
. n

len

RS

feHomun

DyHKyuA

Uumepnpemayusa

FTO

rs9939609

/T

leH, ceA3aHHbIl €
oXcupeHuem.

Huse puck nepeedaHus usz-3a noaﬂ,
S y
HacmynaeHus 4yecmea HGCqu{EI-w

spems eobl. N

ApoA5

rs662799

A/A

AnonaunonpomeuH A5.
Bxodum e cocmas
AUMNONPOMeuUHo8 8bICoKoU U
o4YeHb HU3Kol naomHocmu.
Cmumynupyem pacrad
HUpos, uHeubupyem
CUHMe3 mpuanuyepudos 8
neyeHu.

Haubonee yacmeili sapuaHm. Hem
30WUMHo20 3ghghekma 8 omHowegﬁu L
CKAOHHOCMU K NMepeedaHuIo u3-3a. L
3ana306/8010W€20 4yBCMBQ HACLIUJEHU.




CK/IOHHOCTb K KOMMNY/Z1IbCUBHOMY NMPUEMY NULLU
NPU OTCYTCTBUUN HYBCTBA TOJ1I0AA

Bawa reHeTnyeckan npegpacnosioxKeHHOCTb K KOMNYJIbCUMBHOMY nNpUuemy nuin:

KoadduumeHT reHeTMUeCcKoro pucka (% nogei ¢ Takum K)

Baw K (96.5%)
MuHUMyMm

MaKcumym

OnucaHue puUckKa:

FOpPMOH yA,0BONLCTBUA - 4OPaMUH - BbipabaTbiBaeTcA NPU PasINYHbIX BUAAX MONOKUTENbHOM CTUMYAALMMN.
leH podammnHoBoro peuentopa - DRD - MOXKET NONOKUTENBHO AW OTPULLATENBHO BAMATL Ha TaKyto YepTy

KaK «MOWUCK HOBM3HbI» B 3aBUCMMOCTU OT TOTO, KaKyto BEpCUio reHa Bbl yHacneayerte.

AaanTreHOe nosBedeHue (CKIOHHOCTb K 3aBUCMMOCTAM).

AAOMKUMA MOXET NPOABAATLCA B BUAE NCUXOTEHHOro nepeeaaHna - PaccTpoCTBO NULLLEBOrO NOBeAEHMS,
npeacrasnsowee coboll nosbilleHHOe noTpebseHMe MULIM B CTPECCOBbIX CUTyauuaAx, ABAAOLLEecs

I'IpMLIMHOﬁ BO3HUKHOBEHUA NNLLUHETO BECa.

[pyrue reHbl n GaKTOpPbI OKPYKatOLEl cpeabl TaKKe BAUAIOT HA PUCK aLAMTUBHOMO NMOBEAEHMA.

3AKAIOYEHUE

Mo uccaeAyemMbiM reHETUMECKUM NPEAUKTOPAM PUCK KOMNYAbCUBHOTO
ynoTpebAeHus NULLLM CPEAHENONYASLLUMOHHbIN.




3Bep|-|y'rb|i4'| CMUCOK UCCNEA0BAHHbIX FTEHETUYECKMX MAPKEPOB U UX PYHKLLMOHAZIOM MO HanpaB/EHUIO
npeacrasieH B Buge TaGIIMU,bI

ren RS Fexo- DyHKYuA Uumepnpemayusa
mun
DRD2/ | rs1800497 | G/A leH doghamuHoeo20 peyenmopa dakmop pucka cKAOHHOCMU K )
ANKK1 2 muna. addumusHomy nNosedeHuro - 9
(3asucumocmsam). dakmop pucka Habopa
Maccel mesna npu npueme J
AHMUMCUXOMUYECKUX U HEKOMOpbIX

aHMuoenpeccaHMHbix cpedcms.
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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.




Pa3BepHyTbIii CIMCOK UCCNeA0BaHHbIX FeHETUYECKMX MapKepoB U UX GYHKLMOHA/IOM NO HanpaB/ieHUIo
npeacras/ieH B BUge Tabaumubl

leHo-

ren RS mun DyHKYuA Uumepnpemayusa
FTO rs9939609 | T/T leH, c8A3aHHbIl C OXCUpeHuem. Huxce aghcpekmusHOCMb HU3KOHCUPOBbIX
duem.
FABP2 rs1799883 | C/C llepeHOoCHUK HUPHbIX KUC/oM 8 CHuUxXceHa aghghekmusHoCMb
MOHKOM KUWeYHUKe. HU3KOMXUpPO8bIX duem.
KoHmponupyem
aghgheKmusHOCMb yCc8OEHUA
Hupos, nocmynarouwux ¢ nuwed.
ApoE rs429358, | E3/E3 AnonunonpomeuH E. Yyacmeyem | E3/E3 BapuaHm 2eHa He
rs7412 8 obmMeHe nunudos 8 KPosuU U 8 npedpacrnonazaem K bosee
o0bMeHe xonecmepuHa 8 Mo32e (U | 8bIpaXeHHOMY 3¢hheKmy HU3KO#CUPoBsoU
8 HEKOMOPbIX Opyaux OpeaHax). duemol.
ApoA5 | rs662799 | A/A AnonunonpomeuH A5. Bxooum 8 | bonee sbipaxceHHbll ahdhekm

cocmas AunonpomeuHos
8bICOKOU U 0YeHb HU3KOU
naomHocmu. Cmumynupyem
pacnad yupos, uHaubupyem
cuHmes mpueaauyepudos 8
nevyeHu.

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/1lOYaeTcA B OrpaHWYEHWM KosamyecTBa 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
coAeprKaHNEM Kpaxmana, Xupam 1 6e/KoBbIM NPOAYKTaM.

dddeKkTMBHOCTL MeTabosiM3ma YrieBoAOB KOHTPOJIMPYETCA B TOM YWUC/le FEHOM afpeHepruyeckoro
peuentopa 2 (ADRB2). MonnmopdHblie BapuauMM reHa CHUXKAKOT aKTMBHOCTb 6enka ADRB2. Yem Huke
aKTMBHOCTb 6esika ADRB2, Tem meHee 3¢ deKTUBHA HU3KOYr1eBOAHas aneTta B bopbbe ¢ ANLLHMM BECOM.
leHeTMYecKMe GaKTopbl PUCKA caxapHoro anabeta 2 TMNa, NPU UX BbIABAEHUU AUKTYIOT HEOOXOAMMOCTb
OrpaHMYeHUA «ObICTPbIX» YINEBOA0B, MPOAYKTOB C BbICOKMM MMUKEMUYECKMM UHAEKCOM.

3AKAIOYEHUE

Mo pe3yAbTaTaM reHeTU4ecKoro Tecta 3P EeKTUBHOCTb HU3KOYTAEBOAHOM AUETbI
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
3Hepeemuyeckux nompebHocmeli pabomsi Mbiwy,.
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 KOPPEKLMUMU
(CHMXEeHUID) MaccChbl TeAa AQXe MNPU YMEPEHHbIX UNYECKUX HArpysKax.
Harpy3ku  AOAXHbI  ObiTb  peryAsipHbiMU.  ONTUMOAABHbIMU  ABAAIOTCS
KAPAMOTPEHUPOBKM MNpPU KOTOPbIX Baw nyAabc OyAeT HAXOAUTbCA B
ONpPeAEeAEHHOM LLeA€BOM NPOMeXYTKe (C y4eTOM NOAd, BO3PACTA, HOAUYUSA UAU
OTCYTCTBMA 3Q6OAE€BAHMU, MPOKOHCYAbTUPYUTECh C Bawmm TpeHepom).
MoAOMAYT TAHUEBAAbHbIE HAMNPABAEHMUSA, MAGABAHbE, 6EeroBas AOpPOXKA.

OnucaHue puUcka:

Kakune dusmnyeckme Harpysku - MHTEHCUBHbIE UAU YMeEPEHHble - byayT Hanbonee adpdeKkTMBHbI Ana Bac,
3aBMCUT OT BalMx reHOB PeLLeNTOPOB K agpeHaNUHY.

Mpy ¢un3MYeCKMX Harpyskax Mblwuam TpebyeTtca 60nblue KUCIoOpoAa M 3HEpruu ANs aKTUBHOIO
COKpalieHua. 3To ApocTturaetca paboTol agpeHepruyeckon cuctembl. AfpeHanvH UM HopagpeHanunH
CBA3bIBAOTCA CO cBOMMMK peuentopamu ADRB2 u ADRB3, cTUMYyAMPYHOT NOBbIWEHME YAcTOTbl CePAEYHbIX
COKPALLEHWI, @ TAKKe MOOUIN3YIOT «3aMachi» XMPOB A7 NONYYEHUA IHEPTETUYECKMX MONEKYII.

Y Hocutenen BapuwaHta 16Gly reHa ADRB2 u 64Arg reHa ADRB3 pgns CHKMraHWS KMPOBbIX 3anacoB
Heobxoanmbl 6onblve A03bl afpeHasnHa, YTO MOXKEeT ObiTb AOCTUFHYTO BO BPEMSA BbICOKOMHTEHCUBHbIX
WNHTEPBa/IbHbIX TPEHUPOBOK (NMPOKOHCY/IbTUPYHATECH C MHCTPYKTOPOM Mo GUTHECY).

B 3aBMCMMOCTM OT BapMaHTOB reHOB Pa3/IMYaloT «IHEPropacTpPavMBaloWMny NN «3HeprocbeperaroLminy
TMNbl MeTabonusma. Mpu aHepropacTpaumnBatoLLem TUne aerdye AocTuraetcs aGGeKT (CHUKeHWe macchl Tena
3a CYET KMPOBbIX 3aMacoB) NPW BbINOJHEHUU GUINYECKUX YIPaXKHEHMI. pu sHeprocbeperatowem Tmne gas
OOCTUKeHUA apdeKTa HeobxoanMbl 60/1ee MHTEHCUBHbIE TPEHUPOBKMU.

3AKAIOYEHUE

Bbl OTHOCUTECH K (3HEPropacTPAYMBAIOLLLEMY TUMY) — PETYASIPHbIE
dousndeckmne Harpyskm AaXKe yMepeHHOU UHTEHCUBHOCTU AOCTATOYHO
3cpdbekTMBHbI AAA Bac.
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Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM 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
019 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 PA3rpy30YHbIX AHEN A1 CHUXKEHMSA BEca:

KoadpuumeHT reHeTUUecKoro pucka (% nogei ¢ Takum K)

Baw K (85.0%)
MuHUMym

MaKkcumym

2,5

OnucaHue pucka:

Hy»KHO 1 Bam ycTpamBaTth «pa3rpy3oyHbie AHU» - NepUOoabl C HA3KMM COAEPKAHNEM KUPOB B ANETE UIN
ANA Ballero opraHusma bnaronpuAaTHee paBHOMepHOe NUTaHWe? Ha 3TOT BOMPOC MOXKeT OTBETUTb reH
PPARG, KOTOpbIA OTBEYAET 3@ POCT }KMUPOBbIX KNETOK.

Bonbluoe KOMYecTBO reHoBs (B Tom yncie PPARG) «40CTasnCh» HAM B XO/,e 3BOJ/TIOLUMN OT XKUBOTHBIX.

TaK KaK *KMBOTHble 0ObIYHO MMEIOT AO0CTYN K KafiopuiiHOM nuue, 60ratoi *KMpamu, Janeko He Kpyriabli
rog, pabota PPARG »KM3HEHHO HeobxoAMMa MM B rO/I0AHbIE NEepPUOAbl, MOCKOJIbKY 3TOT reH peryavpyet
HaKonneHue xunpa. BapunaHt C (cootsetcTByeT Prol2) -npumepHo 85% ntogen UMeoT 3TOT «3aMnacaroLLmiiy
BAPMAHT M «Pasrpy304YHble JHU» C HU3KMM COLEPKAHUEM KMUPOB GU3NONOTMYHBI U NONE3HbI, 0COHBEHHO
NpU HU3KOM PU3NYECKOM aKTUBHOCTW.

BapuaHT G (cooTtBetcTByeT Alal2) PPARG - MyTauus, KOTopas BCTPeYaeTcA TONbKO Y NI0Ael U BbiABNAETCA
TONbKO Yy 15%. 3TOT BapmaHT He 3amacaeT WP NpPU ero akTUBHOM MOCTYMNEHUN B OPraHM3M U TaKUM
0b6pa3om, ABAAETCA NPOTEKTUBHLIM PaKTOPOM pPassBuTMA GOPMMPOBAHMA M3ObITOYHOM macchbl Tena. Ho
yumnTbIBadA, YTO GOpPMUPOBaHUE N3OLITOUHOIO BECA 3aBUCUT M OT APYrMX NapaMeTpoB, HocuTenbcTso Alal2
He rapaHTMpyeT MOJIHOe OTCYTCTBME M36bITo4HOM Mmaccbl. Mpu Alal2 reHoTune 6GnaronpuATHbIM ANA
3[10pOBbA ABNAETCA MOBbIWEHNE COAEPKAHNA MOHOHEHACHIWEHHbIX WPHbIX KUC/IOT B pauMOHe W
paBHOMEPHOCTb NOTPe6AEHMA KMPOB B TEYEHME rOAa.

3AKAKOYEHUE
BbiLLia MHAMBUAYAALHAS NOTPEOHOCTL B PA3rPY304HbIX AHSAX MOBbILLEHA.

Pa3BepHyTbIl71 CNMUCOK ncciegoBaHHbIX reHEeTUYEeCKUX MapKepos U Ux d)YHKLI,MOHaﬂOM no Hanpas/aeHuto

npepacrasneH B Buae Tabaunubi

leHn

RS

reHomun

DyHKYuA

Unmepnpemayus

PPARG

rs1801282

c/c

Peyenmop akmusamopa
nepokcucom G.
Pezynupyem HaKorneHue
JKUPHbIX KUCa0m u
memab0oau3m 2/1t0KO3bI.

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

BbipakeHHOCTb 3¢ peKTa 0bpaTHOro Habopa macchl Nocsie 3aBepLleHuns aneTsl 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 HEKOTOPblE NH0AM BO3BPALLAOT CBOW JMWHMIA BEC MOC/Ae YCMeLHoM
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 MCCeA0BaHHbIX FEHETUUECKMX 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 MycKys1amypbl U 8 #UPOBLIX KAeMKax. rocse ycrneuHo20
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 (AOPEeHANUH,

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 KUcsa0m u
mMemabosu3m 2/KOo3bI.

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

CKNOHHOCTb K NaTo/IOrM4eCKoOMy OT/IOKEHUNIO MPa 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
3aBWCUT OT MHOXecCTBa (aKTOPOB, BKAOYAKOWMX MOJ, BO3PACT, ypoBeHb (U3MYECKON aKTMBHOCTM,
XapaKTep NUTaHUA U reHeTUYecKMe 0cobeHHOCTH.

MOBbILEHHbIE OT/IOXEHUA KMPA BOKPYr BHYTPEHHWMX OPraHOB HapywaeT ux OQYHKUMOHMPOBAHMUE,
YMeHbLUIAET KOIMYECTBO NOCTYMatoLLEeN K OpraHy KPOBU U MOKET MPUBOAMUT K Pas/INUYHbIM 3a60/1€BaHUAM.

3AKAIOYEHUE

Mo pe3yAbTATAM reHEeTM4ECKOro TECTA PUCK OTAOXKEHUSA 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 2a1a0Koli 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
2/1UK02eHOoU3 8 NMeYeHU 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 OTPAHUYEHMUEM KAJIOPUIA

|_|0Tepﬂ MbILIEYHOM Macchl npu gnete Cc orpaHN4YeHnem Kanopmﬁ:

KoaddpuumeHT reHeTuUeckoro pucka (% niogeii c Takum K)

Baw K (48.0%)
MuHUMym

Makcumym

WHANBUAYAABHBIE PEKOMEHAALUN

PeKkoMeHAOBOHO COGAIOAATbL GAAQHC MEXAY OrpaHMY4EHUEM NOTpebBAeHus
KAOAOPMHU M UX PUACXOAOBAHMEM, A TAKXKE MNPABUABHO MNOAOUMPATL BMA
cdusmndecknx Harpysok. NMpu NPUMEHEHUN TOABKO KOPAUMOTPEHUPOBOK BMECTE C
XUPOM CropalT TAKXKE AMUHOKUCAOTbl — KOMMOHEHTbl 6eAkoB. Mo3aTomy
KAPAMOTPEHUPOBKU COHETAIOT C CUAOBBIM TPEHUHIOM. YuuTbiBas Bawl reHoTun,
Bam 0co6eHHO HeOo6XOAMMO BKAIOHATb CUAOBOM TPEHUHI AASl OFPOHUYEHMS
NOTEPU MbILLEYHOU MACCHI NPU COBAIOAEHUU TMMOKAAOPUNUHOU AUETDI.

OnucaHue puUcka:

Mpy AneTe C OrpaHUYEHMEM Kalopuit OpraHmM3m pacxodyeT 3anacbl, HO, K COMKa/IeHWo, 3TO He Bceraa
KUpoBble Aeno. Y HeKOTOPbIX Nt0AeN eCcTb reHeTUYECKMe NPeANKTOPbI, KOTOPbIe MO3BOJIAOT OpraHU3My
3GPEKTUBHO UMCMOMb30BaTb CBOM KMPOBbIE 3aMacbl, MOSTOMY OHM MOTYT MOTEPATb Bec MNpwu
HM3KOKaNOpUIHON aneTe BbICTPO M B OCHOBHOM 33 CYET ¥KUPOB.

[pyrve reHeTMYECKMe BapMaHTbl YCIOXKHSAIOT NOTEPI0 Beca M CNocobCTBYIOT NOTEPU MbILLEYHOM MacChl U
APYrvX TKaHel opraHMsma.

3AKAKOYEHUE

Baw reHeTM4ECKUIM BAPUAHT CMNOCOBCTBYET NOTEpPE MbILLEYHOW MACCHI
npu AMETe C OrPaHUYEHUEM KAAOPUH.
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PasBepHyTbI CNUCOK UCCNeA0BaHHbBIX FTEHETUYECKMX MAapPKePOB U UX GYHKLIMOHANIOM NO HanNpaB/ieHUo ’
npeacTas/ieH B Buge 1abamupbl 2
i
ren RS FreHomun DyHKYuA Uumepnpemayua
ADRB2 | rs1042714 c/G bema-adpeHopeyenmop 2 muna. dakmop,
lMpucymcmeyem Ha MemMbPAHAX KAemokK crnocobecmeayrowuli ;]

2/1a0Kol MycKyAamypeol U 8 #UPOBbIX KAeMKaX.
Yuacmeyem 8 MobUAU3AYUU HUPA U3
HUPOBLIX KAEMOK 8 0meem Hd 20PMOHbI
(adpeHanuH, HopadpeHaAnUH), cmumyaupyom
2/1UKO2EHO/U3 8 MeYeHU U 8b16pOC 2/1H0KO03bI 8
Kpo8b 071 80CMOMHEHUSA SHEp2emuYecKux
nompebHocmel pabomel Mblwy,

b6onee akmugHol
nomepu moluie4Hol
maccsi npu
02paHuU4eHuU Kaaopudi.




NOBbLILUEHHAA MNOTPEBHOCTb B OMETA-3 -XUPHbIX KUCZTOTAX

H806XO,£I,MMOCTb NOoBbIWAaTb NOJINHEHACbIWEHHbIE XXUPbI A4 COXPaHEHUA 300P0BbA:

KoaddurumeHT reHeTUUeckoro pucka (% nrogeit ¢ takum K)

Baw K (28.0%) 1
MUHUMYM 1
Makcmmym 9
0 2 s 6 s 10

WHANBUAYAAbHBIE PEKOMEHAALUN

Mpu Bawem reHoTune notpebaeHne Ao 1-2 r Omera-3 XMPHbIX KUCAOT B A€Hb OKQXeT
BbIPAXXEHHbIU GAAronpuUATHbIM 3PP EKT HO COCTOSAHME CEPAEYHO-COCYAUCTOU CUCTEMBI.

OnucaHue pucka:

MNMonunHeHacbllWeHHble *uUpbl aenatca Ha Omera-6 u Omera-3. CoBpemeHHasa AmeTta BKAo4YaeT 6oJsiblioe
Konuyectso Omera-6 M HegoctatoyHoe Omera-3. OnTMManbHOE COOTHOLWeHWe 4:1, a COBpPEeMEHHbIN
yenoBekK nosyyaer us ametbl NpumepHo 20:1, To ecTb B NATb pa3 MeHbwe Omera-3 KUPHbIX KUCAOT, YTO
Bbi3blBaeT AucbanaHC B OBMEHHbIX npoueccax M Npu onpeaenieHHOM FeHOTUMNEe MOXKEeT MPUBECTU K
3abonesaHuaM. Mpu coBpeMEHHOM TUMNE NUTaHUA N 06pase KM3HU B LEEIOM BCEM MOIE3HO YBE/IMUYMBATL B
avete gonto Omera-3 no oTHoweHWo K Omera-6, NpMHUMaTL cneuunanbHble obaBku ¢ Omera-3 (pblbuii
UP, NbHAHOE MAC/0), HO NPU HaMYUK ONpPeaeneHHbIX reHETUYECKUX MapKepoB 3TO 0COHBEHHO KPUTUUYHO
Ana NnpodUNaKTUKN CepAEYHO-COCYANCTbIX, OHKOIOrMYECKMX 3a601eBaHN 1 MeTaboIMYECKOTO CUHAPOMA.

3AKAKOYEHUE

Mo pe3yAbTaTAM reHeTU4EeCKOro TecTtda Heo06XO0AMMOCTb NOBbLILLATD COAepXdaHue Omera-3
XHUPHbIX KUCAOT B pALUOHE YMEePEeHO BbilLle CpeAHeﬂOHYASIIJMOHHOﬁ.

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

ren RS Frenomun DyHKYUA Unmepnpemayus
ApoA5 rs662799 A/A Anonunonpomeux A5. Bxodum 8 MompebHocme 8 Omeza-3
cocmae AunonpomMeuHo8 8bICOKOU | HUPHbIX KUCA0max
U 04eHb HU3Kol naomHocmu. nonynAayUOHHAA.

Cmumynupyem pacrad #upos,
uHeubupyem cuHmes
mpuenuuepudos 8 neyeHu.

ApoE rs429358, E3/E3 Anonunonpomeut E. Yyuacmeyem e | Bcmpeyaemcsa y 63% nrodeli.
rs7412 obmeHe nunuodos 8 Kposu U 8 MompebHocme 8 Omeza-3
obmeHe xonecmepuHa 8 Mo3ae (U 8 | HUPHbIX KUcaomax
HEeKomopbix Opy2ux 0p2aHax). nonynAayUOHHAA.
FTO rs9939609 | T/T leH, c843aHHbIL C OXUPEHUEM. CpedHsasa nompebHocme 8

Omeza-3 HUPHbIX KUCOMAX.
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PUCK OHKO/IOTMYECKUX 3ABO/IEBAHWIA KULLEYHUKA
NP HACTOM YNOTPEBNEHUN KAPEHOIO MACA

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

KoaddpuumeHT reHeTnUecKoro pucka (% nogei ¢ Takum K)

Baw K (33.3%)
MuHUMyMm

MaKkcumym 3,92

WHANBUAYAAbHBIE PEKOMEHAALWUN

BbiiBA€HHbIM Yy Bac reHoTun cnoco6CTByeT 30MEAAEHHOMY BbIBEAEHMUIO
KOQHLLepOreHoB, O6pasyloWMUXCa MPUM XAPKe MACA, H4TO MPU €ro 4HacTom
NnoTpeOGAEHMM NOBbLILLAET PUCK OHKOAOTMYECKMX TMPOLLECCOB KULUEYHUKA.
MoTpebAaeHue A0 2-3 NOpUUA MACA CAAGOMU U CPEAHEN NPOXAPKU B HEAEAIO HE
NOBbLILLAET PUCK OHKOAOTUM.

OnucaHue puUcka:

Pak TONCTOro Kuwe4YyHMKa BXOAWUT B TOM 5 cambiX 4acTblX OHKOJIOTMA BO Bcem mupe. Ero
BO3HWKHOBEHME 3aBUCUT KaK OT reHeTUYeckmx GaKkTopoB, Tak M OT 06pasa *KM3HM U XapaKTepa NUTaHMA U
Ha/IMYMA BOCMANUTENbHbIX 3a601€BaHUI KMLLEYHUKA.

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

HCA o6pa3ytotcs npu HarpeBaHuMM OenKoB MAca M MX KOAMYECTBO MPAMO MNPONOPLMOHANbHO
TemrnepaType M BPeMeHW NPUroToBaeHUA, Torga Kak PAH obpasytoTca npy NMpoanse KUpPOoB, BO Bpems
KONUYeHUA MACa, XKapKe Ha yrnsax, dnambuposaHum. AbcopbuposaHHble HCA n PAH metabonunsmnpytotca B
NeyvyeHn, a TaKKe YaCTUYHO TPAHCMOPTUPYHOTCA B KULIEYHMUK C KeJYb0 M MOTYT JIOKA/IbHO aKTUBMPOBATHLCA.
Bonblas 4acTb XMMWYECKMX MPOKAHLEPOreHOB B HalleM OpraHu3Me HyXAarTca B 6BMoaorMyeckomn
aKTUBALMM, NOCAE Yero oHM moryT cBAsbiBaTbca ¢ [IHK 1 o6pasosbiBaTh [AHK-aaayKTbl, UTO M NPUBOAUT K
KaHLeporeHesy.

depmeHTbl nepBoit ¢asbl AETOKCMKALMM KCeHOBMOTUKOB (cucTema umtoxpoma P450 - CYPs)
AKTUBMPYIOT  MPOKAHLEpPOreHbl B KaHUeporeHbl, Torga Kak  depmeHTbl  BTOpOM  dasbl
(rntoTaTMoHTpaHcdepasbl  cynbdoTpaHcdepasbl M T.N.) CBA3LIBAIOT aKTMBHbIE KaHLEPOreHbl MU
NPenAaTCTBYIOT MX NaTosiormyeckomy Bo3genctemio Ha [JHK, npepoTtepaliaa KaHueporeHes. [lpu
reHeTMYecku OoOYCNOBNEHHOM MOBbIWEHHOW AKTUBHOCTM (EPMEHTOB nepBoi ¢asbl UM CHUNKEHMUSA
AKTUBHOCTN depMeHTOB BTOPOMN $asbl AETOKCMKALMW YBEANUMBAETCA BpPeMA AENCTBUMA KAHLEPOreHOB B
OpraHM3Me W COOTBETCTBEHHO PUCK OHKOIOMMW, TAaKMM NaLMeHTaM OCOOEHHO MOKa3aHO OrpaHWYMBaTb
notpebieHne XopPoLLO NPOXKAPEHHOrO MAca.

B kaHagckom uccnepoBaHum 1000 60/1bHbIX pakom KuweyHuka n 2000 340p0BbIX /ML, MOKas3aHa
CBA3b Mexay noTpebseHMem XOPOLIO MPOXKAapPEeHHOro KpacHoro maca 6osee 5 pa3 B Heaento U pakom
KuweyHuKa. [Mpu 3tom 3ddeKT 3aBucen oT NONAMMOPPHbLIX BAPMAHTOB FEHOB AETOKCUKALMMU
KceHobmoTtnkos CYP1B1 1 SULT1A1.
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B nccneposaHmm naumeHtoB CLUA nokasaHo yBennyeHue B 1,8 pasa puMcKka paka NpAMON KULLIKK Y

HocuTenel HebnaronpuaTHoro BapuaHTa reHa CYP1A2 npu notpebaeHne nposkapeHHOro KpacHoro msaca
bonee 3 pas B Hegento.

3AKAIOYEHUE

Mo MccAeAOBAHHbBIM FTEHETUYECKMM AOKYCOM BbISSBAEHO HEO6XOAMMOCTb B
YMEPEHHOM OFPAHUYEHUU NOTPEeOAEeHUs Xxopowio npoxapeHHoro msaca (Well
Done) AAf NPOMOUAAKTUKM OHKOAOTUHECKUX NPOLLECCOB KULLUEYHHUKA.

Pa33ep|-|y'rb||?i CMUCOK UCCNeA0BAHHbIX FeHETUYECKUX MapKepoB U UX PyHKLMOHANOM NO Hanpas/aeHUto
npeacras/zieH B Buae TaGI'IMU,bI

leH RS I'eH’c;mu ®yHKYUA Uumepnpemayusn
CYP1B1 rs1056836 | G/G Humoxpom 1B1, HopmanbHas akmusHocme hepmeHma.
yyacmeyem 8 He sbifisnneHo hakmopa pucka
memabonusme cmepoudos, | OHKOA02UYECKUX MPoyeccos rnpu
HUPHbIX Kucsom, 17-8 ynompebaeHuu ¥apeHo20 mAca.
acmpaduon, MAY.
CYP1A2 rs2069514, | F/F Memabonuszm ®dakmop pucka oHKonoz2uu KT npu
rs762551 KceHObUOMUKO8. ynompebaeHuu ¥apeHo20 mMAca.
Memabonusm KogeuHa. AKmugHocmb chepmeHmMA rossbIWeHda.
HenamesnbHo oepaHu4UMe: Mabax,
YapeHoe Ha OMKPbIMOM O2He MACO.
CYP1A1 rs4646903 | A/A Memab6onusm. Hopma. AkmugHocme CYP1A1 He
npessbiwaem ¢u3uon02u4eCcKUX
nompebHocmeli.




HEMEPEHOCUMOCTb NMIOTEHA. TEHETUYECKAA NPEAPACNONOXEHHOCTb
K UEJTUAKUN

PUCK nULLLEBOI HEMNEPEeHOCMMOCTU FtoTeHa (LennaKkmm):

KoadduumeHT reHeTnUecKoro pucka (% nogei ¢ Takum K)

Baw K (68.8%)
MuHUMyMm

MaKkcumym 4,5

WHANBUAYAABHBIE PEKOMEHAALNN

He BbISBA€@HO reHeTU4EeCKHU O6YCAOBAeHHOﬁ ﬂOTpGGHOCTM B OrpaHHUYEeHUun
FTAIOTEHCOAEPXKALLUX MPOAYKTOB.

OnucaHue puUcka:

LlenMakma — XpoHMYeckoe reHeTuyecku obycioBaeHHoe 3a60/ieBaHNe KeNyL0UYHO-KULWEYHOro TPaKTa,
XapaKTepmsytoLleecs HenepeHoOCHMOCTbIO toTeHa (6esoK, CoAep’KalMica B 3M1aKOBbIX PACTEHMSAX:
NweHWLa, POXKb, OBeC, AYMeHb). Mpu AaHHOM 33a60/1eBaHUM BO3HWMKAET HapyleHWe MuLLeBapeHus,
BbI3BAHHOE TMOBPEXAEHUEM BOPCMHOK TOHKOW KWUWKM rAoTeHom. Llenavakua conpoBokpaetcs
BOCMasieHWeM TOHKOMO KWLWEYHMKA M CBA3AHHLIM C HUM CUHAPOMOM Manbabcopbumm (CHUMKEHMUS
CMOCOBHOCTM TOHKOTO KMLLIEYHMKA BCACbiBaTb MMTATE/bHbIE BELLECTBa).

MPUYMHON UeNnaknun NBNAETCA ayTOMMMYHHOE MOopaXKeHUe CAU3UCTON 0BO0N0YKM TOHKOM KULLKM.
HepaBHWe nccnenoBaHWs YCTAaHOBUAM, YTO NATOIOTMYECKUI MMMYHHbIA OTBET BO3HWKAET Yy NALMEHTOB,
MMEIOLNX onpeaeneHHble BapWaHTbl reHoB cuctembl HLA. B 6ONbLIMHCTBE C/y4aeB MauUMeHTbl C
uenvakmen nmetoT rannotnn DQ2.5, DQ2.2, a TaKKe UX coyeTaHuA ¢ BapmaHTom DQS.

Llennakus BbI3blBaeT PAL CUMNTOMOB, KaK «MPUBA3AHHBIXY K XKeNyA04YHO-KULWEYHOMY TPaKTY, Tak 1 bosee
06WMX. TUNUYHBIMW MPU3HAKAMKN LENNaKMK ABNAIOTCA: Avapen, HOMblIoe KOMYECTBO KMpa B Kase,
B34yTMe KMBOTa M 604, NoTeps Beca, aHeMusa (ManoKpoBue), MblleyHasa cnabocTb, HapylleHuA
cBepTbiBaeMoCTM Kposu. CobntogeHne pekomeHAaumii No MUTaHUIo, B C/yYae BbISBNEHUA LEANaKuu,
NMO3BO/IAET 3HAYUTE/IbHO YYYLWNTL COCTOAHUE MALMEHTa.

3AKAKOYEHUE

Mo paccmaTpuBaemMbiM reHETUHECKUM NPEAUKTOPAM Y NALUEHTA HE BbISBA€HO F€eHOTUNA,
CBA3AHHOIo C HenepeHOCMMOCTbIO TAIOTEHA U LLeAuaKuem.
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b1i4 CNIUCOK MCCNEeA0BaHHbBIX FEHETUYECKUX MAPKEPOB U MX GYHKLMOHANIOM NO HAMNpPaBAEHUIO
nCTaBneH B BUge Tabanubl Py

ren RS renomun DyHKYuA NHmepnpemayusa

HLA-DQB HLA-DQB1 | DQX/DQX | ®akmop pucka entomeHosol He sbiaeneHo eannomuna HLQ. ,
aHmMeponamuu. C853GHH020 C HenepeHocuivwnb
2ntomeHa. « 5
rs231775 A/G MMonumopgpusm cea3aH ¢ Haub6onee yacmeiii eapuaHm
HEeCKO/bKUMU omcymcmeue 3auUmHo20

aymoumMmMyHHbIMU agpgpekma e omHoweHuu
3a60s1e8aHUAMU, 0COBEHHO ¢ aymoummyHHblx 3a601eeaHuli.
aymoumMmMyHHbIM ) . ;
mupeoudumom, a Makxe ¢
padom dpyeux paccmpolicme




BEPOATHOCTb HEMEPEHOCUMOCTU JIAKTO3bl

Bal MHAMBMAYAbHbIN PUCK HEMEPEHOCUMOCTU NPOAYKTOB, COAEPMKALUMX LeIbHOE MOJIOKO:

4 <
Koa MUMEHT reHeTUYeCcKoro pucka (% nrogeit ¢c Takum K

Baw K (37.0%) 1.1

MuHUMym

Makcmmym

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

WHAUBUAYAABHbIE PEKOMEHAALMU

Aneta C BKAIOYMEHMEM YMEPEHHOro0 KOAUYECTBA MOAOKA U APYIMX
NMPOAYKTOB, COAEPXALLUX AAKTO3Y.

OnucaHue puUcka:

MO/IOKO COAEP!KUT NAKTO3Y - MOJIOYHbIM caxap. s ee nepeBapuBaHua HeobxoamMm GepmeHT NaKTasa.
JlaKkTasHas HeAOCTaTOYHOCTL CBA3aHa CO CHUMEHWEM aKTUBHOCTU reHa LCT 1 ABnseTca BapuaHTOM HOPMb!
ANA B3pOC/bIX Ntoaei. BapmaHT «A» reHa nakrtasbl (LCT) cBA3aH ¢ coxpaHeHnem cnocobHOCTU ycBaMBaTb
NaKTO3y BO B3POC/IOM BO3pacTe.

B feTCcKom BO3pacTe MOJIOKO YCBAaMBAETCA SIerKo, HO NpubansnTenbHo ¢ 3-10 feT cHUKaeTca cnocobHOCTb
yCBaMBaTb MOJIOYHbIV caxap. MoaTomy ynotpebieHune LLeNbHOr0 MOMOKA YacTo NPUBOAUT K AUCKOMPOPTY
M pPaccTPOMCTBAM MULLEBAPEHUA, CTEMEHb BbIPAXKEHHOCTM KOTOPbIX 3aBUCUT TaKXKe OT COCTOAHUA
MUKpObIOPbI KMWeYyHMKa. YacTo nogum, UCnbiTbiBalolwme HeboNblWOoN ANCKOMPOPT MULLEBAPEHUA, He
CBA3bIBAIOT ero ¢ GpakTom ynoTpebaeHna MOJIOKa, U HE MEHAIOT CBOe nuueBoe noseaeHue. Ho Takoe
XPOHMYECKOEe HapylleHWe paboTbl NULLEBAPEHMA MOXKET MPUBOAUTb K HAPYLIEHMIO YCBAMBAHUA OPYIUX
BUTAMWHOB WU MMWKPO3/IEMEHTOB, YTO B/IeYET AOMONAHUTE/bHbIA Bped. Mpu UCKAOYEHUN U3 NUTAHUA
MOJIOKA U APYrux NPOAYKTOB, COAEPMKALUUX TAKTO3Y, COCTOAHME 340POBbA HOPMANM3YyeTCca B TedeHue 2-3
Heaenb.

MOoNOKO NPOCTOM M AOCTYMNHbIA UCTOYHUK KabLMA U CHUMXKEHME ero noTpebieHns MoXKeT BbiTb OAHUM U3
bAKTOPOB CHUMKEHMA MPOYHOCTM KOCTEW, y Ntofei cnoCobHbIX ycBaMBaTb J1aKTO3y. YacToTa /lakTasHOM
HEeA0CTaTOYHOCTU LUMPOKO BapbMPYeT cpeamn pasHblX HAPOAHOCTeM M cocTaBnfeT OT 35% y KOpeHHbIX
*KuTtenel BoctouHol EBponbl, 10 98% y KOpeHHbIX HapoaoB [anbHero BocToka.
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3AKAKOYEHUE

Cnoco6GHOCTb YCBAMBATb MOAOKO COXPOHSETCA BO B3POCAOM Bo3pdacTe. Bbl
OTHOCUTECb K NPOMEXYTOYHOMY BAPUAHTY. B Bawlem reHome NpucyTCTByeT OAHA
konus reHa LCT, nossoAsdlow,as YCBAMBATD MOAOKO, O BTOpAs CBA3GHA C
HEeNepeHOCUMOCTbIO AAKTO3bl. B Cymme QKTUMBHOCTU (hepMEHTA AOCTATOYHO AAS
PEryAspHoOro yCBaMBaHUA YMEPEHHOIO KOAMHECTBA AGKTO3bl, COAepXdaliencsa B 1-2
CTAKAHAX MOAOKA B A€Hb. DTOT YPOBEHb NOTPEOGAEHUA AAKTO3bl MPUGAUIUTEAEH U
30BMCUT TAKXKE OT APYrMX MHAMBUAYOAbHbIX OCoBeHHocTen Bawero opraHusma.
Bawm AeTM C PABHOWM CTEMEHbIO BEPOATHOCTU MOTYT HACAEAOBATb OT Bac kak
HeNepeHOCUMOCTb AGKTO3bl, TOK U BO3MOXHOCTb €€ yCBAauBaTb. Kpome Toro, BaxeH
reHOTUNOM BTOPOro POAUTEAS. Ball reHOTUN CBA3AH C MEHbLUMM PUCKOM CHUXXEHMUSA
NPOYHOCTU KOCcTel (ocTeonoposa).

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

ren RS FreHomun DyHKYUA Unmepnpemayus
LCT rs4988235 G/A Mema6onuzm 38% nrodeli, - cnocobHocmes yceausame
A0KMO3bl. MOJIOKO COXPAaHAEmMCcA 80 83pOC/IOM

8o3pacme, 803MOXHbI HaOpPyWeHUA
nuweeapeHuAa mosbKo npu

MO/0KA 3a OOUH ripuem nuuju.

ynompe6neHuu 601bWO0O20 Konuyecmeda




HACKO/J1IbKO BAM HEOBXOAUMO OrPAHUYNBATDL NMOTPEB/IEHUE
NOBAPEHHOM CONMN?

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

KoadduumeHT reHeTUecKoro pucka (% nogei ¢ Takum K)

Baw K (56.6%)
MuHUMym

Makcumym

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

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

OnucaHue puUcka:

B opraHu3me 4YenoBeKka HaTpPWUii y4acTBYeT B COKPALLEHMU MbIWL, B TOM YMC/E CEPALA, NEPUCTANbTUKE
KMLIEYHWUKA M Nepesaye CUrHasoB HEPBHbIMU KNeTKamu. bobluas 4acTb COM BbIBOAMTCA M3 OPraHUM3ma ¢
notom. Conb TaKKe BbIBOAUTCA C MOYOM, NMPUUYEM MOYKM CTPOro NOAAEPIKMBAIOT COAEPIKAHME CONMU B
OpraHM3mMe Ha HyXHOM ypoBHe. MoTepu CONM JO/KHbI BOCMONHATHCA. XPOHUUYECKAs HexBaTKa Cou
COMPOBOXAAETCA NOTEepPei Beca v anneTuTa, BAAOCTbIO, TOWHOTOW M MbIWeYHbIMK cyaoporamu. C apyrow
CTOPOHBI, M3BLITOK HaTpWA B MuWLLe MOXKEeT ObiTb Npeapacrnonaralowym GakTopom AN pPas3BUTUA
apTepuanbHOl rMNepToHUK 1 3aboneBaHnii cepalia, NeyeHn u noyek. B cpegHem yenosek notpebaser 8r
CONMU B AEeHb, C YYETOM CO/M, COAEPXKALLENCA B rOTOBbIX NPOAYKTax v nonydabpukatax. U3bbiTouHoe
ynotpebneHve conv NPUBOAMUT K 33[ePKKE KUAKOCTU B OpPraHuM3mMe, OTEYHbIM ABNEHUAM W BAUSET Ha
Maccy Tena u pUcK rmnepToHnYeckor 6oae3Hu.

Conb, copepkallascAa B roToBbIX MNpoAyKTax: Ha 100 rpammoB 6eKoHa WM MOMNKOPHAa, MpUXoAUTCA

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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aSBepHyTblﬁ CMUCOK UCCNeA0BaHHbIX FTEHETUYECKMX MAaPKepoB U UX PYHKLLMOHAZIOM MO HanpaB/EHUIO
npeacrasneH B suge TaGI'IMU,bI

e RS FeHomun

DyHKYuA

NHumepnpemayusa

A/G

AH2UOMEH3UH,
peayaupyem
apmepuanbHoe
daeneHue u 6anaHc
371eKMpoaumos.

Haubonee yacmo ecmpeyaemoili b |
8apUAHM. YMepeHHbIl (haKmop pucka
conb4yscmeumesnsHol apmepuanoHoli
aunepmoHuu. Heobxodumo oepaHuqumZ’
conb. [losbiweHue akmusHocmu ¥
aH2UOMeH3UHO2eHd M0 CPABHEHUIO C .
2eHomunom A/A.

rs4646994

Kamanusupyem
pacwenneHue
aH2uomeH3uHa | o
aHauomeH3uHa ll.

Haubosnee yacmo ecmpeyaemoili J;
eapuaHm.




PUCK CHUXKEHUA CKOPOCTU METABO/IUSMA KOPEUHA

PUCK HexXenaTe/ibHbIX CepPAeYHO-COCYANCTBIX peakumini Npu ynotpebaeHun Kode:

KoaddpuumeHT reHeTuUecKoro pucka (% nrogei ¢ Takum K)

Baw K (32.0%)
MuHUMyMm

MaKkcumym

NWHANBUAYAAbHBIE PEKOMEHAALUN

Ao 4 4yawek kohbe B AeHb HE NMPUBOAUT K PUCKY CEPAEYHO-COCYAUCTbIX 3A60AEBAHUN.
Apyrue reHeTu4eckue U HereHeTU4eckue hakTopbl MOTYT BAMSATb HO 6€30NACHOCTb
notpe6AeHus Kodpe. AAs yTOHHEHUS MPOKOHCYAbTUPYHTECH C BALLMM BPAYOM.

OnucaHue puUcka:

KodenH — oaMH M3 aKTUBHbIX KOMMOHEHTOB, cOAepKaWmxca B Kode, 06/agaeT BbIParKEHHbIM
TOHM3UpYLOWUM 3pdPeKToM M Heobxoaum MHOrMM M3 Hac no ytpam. Kode KpaTKoBpemMeHHO yaydliaet
BHMMaHWe, YAy4yllaeT CMNOCOBHOCTb  KOHUEHTPUMPOBATBCA, OCOOEHHO KOrAa YenoBeK  YTOMJIEH.
CuctemaTmyeckoe ynotpebaeHume kode cnocobHO yayULLINTb YYBCTBUTENIbHOCTb K MHCY/IMHY U CHU3UTb PUCK
pa3BUTMA caxapHoOro gnabeta 2 TMna. ECTb AaHHbIe O TOM, YTO KOde 3HAUUTENBHO CHUMKAET PUCK Pa3BUTUSA
LuMppo3a neveHn. YnotpebneHre Kode MOXKET CHUNKATb PUCK PA3BUTUA paka MOIOYHOW Kenesbl.

K HexenatenbHbiMm 3dpdeKkTam KopemHa OTHOCAT ero CNoCoOBHOCTb BAMATL Ha KOJIMYECTBO CepAeyYHbIX
COKpalleHuin (MOXKeT Bbi3BaTb TaxMKapAMio) M ero cocygocyxusatowmin adpodekt. KodpenH crnocobeH
BbIBOAMTL KasbLMii M3 KOCTel. Mpn BbICOKOM ypoBHe noTpebaeHuns kode cneayet o6patutb BHUMaHWE Ha
NPOAYKTbl 6oratble KaibLmem (Cblip, TBOPOT, BPOKKOAN, MHKUP, GUCTALLKM, MUHAAAb, MaK, KyYHXKYT). Kode
COAEPKUT AyOUNbHbIE BELLECTBA, NOITOMY HE PEKOMEHIYETCS ero ynotTpebasTb HaTOWaK, NPy A3BEHHON
60/1€3HM N 0BOCTPEHUN XPOHUYECKOro racTpuTa. M3bbiTouHoe noTpebaeHne Kode TaKKe MOXKET BbiTb
NpUYMHOM gmapen, 6eccoHHMLbI, ronoBHon 6oan. Kode He KenatenbHo ynoTpebnatb npu nogarpe. Kode
He peKkomeHA0BaHO 6epeMeHHbIM, TaK Kak KopenH NpoxoamT Yepes naaLeHTapHblii bapbep v BAUAET Ha
CepAeYHO-COCyAMUCTYIO CUCTEMY NIoAa.

led CyplA2 nmeet 3 pasHbix BapuaHTa (annensn), cBA3aHHbIX CO CKOPOCTbIO MeTabonmama Kode: « F» —

BbICTPbIN «A» — MPOMEXKYTOUHbIN, «C» — MegNeHHbIN. Y KaxK40ro YeNoBeKa reHbl NpeacTaB/ieHbl AByMA
KOMWAMM, YHACNeA0BaHHbIMM OT OTL,A U MaTepMU.
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3AKAIOYEHUE

Mpu Bawem reHoTUNe HET HEOBXOAMMOCTHU OrPAHUYMBATL YNoTpebAeHune koce. Kpome
TOro, ynotpebaeHue kocde npu reHotune *F/*F y XXeHLWUH ABASETCS 3ALLUTHbIM (PAKTOPOM
B OTHOLUEHUU PAKA MOAOYHOM XKEAE3bI.

Pa3BepHyTbIl CNUCOK UCCNEAO0BAHHbBIX FTEHETUYECKUX MAapPKePoB U UX GpYHKLMOHANIOM NO HanpaBAeHUIO
npepacrasnieH B BUAe Tabaunubi

Memabonu3sm KogeuHa.

ren RS renomun DyHKYUA NHumepnpemayua
CYP1A2 rs2069514, | F/F Memabonuzm Takoli 2zeHomun ecmpeyaemca y 22%
rs762551 KceHObUOMUKOS. ardell. boicmpoili Memaboausm

KogheuHa. Baw 2eHomun
coomeemcmeayem «bbicmpomy
sapuaHmy» gpepmeHma,
memabonusupyrou,e2o KogeuH. B
ucced0o08aHuU, Npu OGHHOM 2eHomurie,
ynompebnerue 0o 4 yauwek Koge (800me
KogheuHa) 8 OeHb He y8enu4usasno puckK
cepdeyHo-cocyducmeoix 3a60nesaHull.




PUCK CHUKEHUA CKOPOCTU METABOJIU3SMA AZIKOIonA

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 hopmMUpOBAHUS
OAKOTOABHOM 30BMCMMOCTH, YBEAMHYMBAETCA KOAUYECTBO noTpebasemoro
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 ObiTb CBfi3aHAa C pPa3HOM aKTUMBHOCTbO 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 KMCNOTY. AueTanbaerns - 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 afIKOroNA 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/ZKOroNA Yy 3TUX NHOAEN CONPOBOXAAETCA MOKPACHEHWEM KOXMU /iMLUA U BEpXHel
NMOMIOBUHbI Tena, 3yAOM, Kalljem, TO/0BOKPYXEHMEM TOLHOTOMW M y4yalleHHbIM cepauebueHvem.
Anbaerng obnafaeT TaKKe KaHLeporeHHbiM geicteumem. Yenosek ¢ geduumtom ALDH, KoTopbliit
BbINMMBAET KaKAbl AeHb 2 OyTblikM nuBa, umeeT B 10 pa3 6Gonee BbICOKMIA 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 NPOUCXOAMUTb MPU YCKOPEeHHOU paboTe pepmeHTa ankorob-
pernaporeHasbl (ADH1B), KoTopbili NepeBoAMT 3TaHOA B aLleTanbaerns,

3ameyeHo, YTO /AW, MMEIOLLME BblpPaXKEHHbIE TOKCUYECKME PeaKkuuu npu ynoTpebneHun ankorons,
peke MMeloT NPUCTPACTME K HeEMY, TOTAA KaK NtoaM, Y KOTopbix GepMeHTbl, nepeBapuBatoLLne anKkorob,
paboTaloT ONTUMaNbHO, UMetoT B0/blUe LAHCOB BO3HUKHOBEHMUSA a/IKOT0/1bHOM 3aBUCUMOCTHU.

BbIpa)K@HHOCTb a/IKOTO/IbHOM MHTOKCMKALMU TaKXe 3aBMCUT OT Apyrux GpakTopos: Mo, BO3pacT, mMacca
Tena, conyTcTaytoume 3a6oneBaHmsa, CTaTyC MHPULMPOBAHNA BUPYCHbIMU renatutamm v ap.

3AKAIOYEHUE

Takoe co4yeTaHue reHoB He NMPUBOAMUT K NOBbILUEHHOMY HOKOMAEHUIO AUEeTAAbAEIMAQ.
OTUAOBbIM CNUPT NOCTENEHHO MeTABOAM3UPYETCS AO ALLETAAbAETMAQ,
NP1 3TOM AUEeTAAbAETUA BbiICTPO obesBpexusaeTcs. YnoTpebAaeHue AAKOroAs NpU AGHHOM
reHoTMne B MEeHbLLUEN CTENEHU NMPUBOAUT K UHTOKCUKALLMU, YHEM NPU APYTUX TEHOTUNAX.

Pa3BepHyTbIl CNUCOK UCCNEAO0BaAHHbIX reHETUYECKUX MAPKEPOB M X GYHKLMOHANIOM NO HanpasBAeHUIo
npeacTasfieH B Buge tabanupbl

ren RS reHomun DyHKyusa Unmepnpemayusa
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:

CTAHAGPTHO 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
WHANBUAYAABHBIE PEKOMEHAALIUU
UHAMBUAYAABHOS HOopMd n0Tpe6Ae|-|m| BUTAMUHA A COCTABASAET

COOTBeTCTBEHHO TMNMOAY M

ButamumH A (peTMHON) — 3TO KMPOPACTBOPUMbIA BUTAMUH, AaHTUOKCUMAAHT. HeobXxoaMM ANA 3peHUA U
KOCTEeM, a TaK¥Ke 340p0BbsA KOXM, BOJIOC M HOPMasIbHON PaboTbl UMMYHHOM CUCTEMBI, PENPOAYKTUBHOM
bYHKUMN M perynsumm sKkcnpeccumn (aKTMBHOCTM) reHoB.
3HauMTeNbHanA YacTb BUTaMWHA A B OpraHM3me CMHTe3npyeTca 13 6eTa-KapoTMHa - HYTPUEHTA, KOTOPbIN
COLEPKMUTCA B HEKOTOPbIX MPOAYKTAX NMUTAaHMA PACTUTE/IbHOTO MPOUCXOMXKAEHMSA, TAKMX KaK TbIKBA,
MOPKOBb. B xoae reHeTuyYecknx nccnegoBaHuin 6bino o6Hapy»KeHO, YTO CUHTEe3 BUTaMMHA A u3 beTa-
KapOTUHA HapyLLEH Y NL, ABAAIOLMXCA HOCUTENAMM ONpeaeneHHbIX BapnaHTos reHa BCMO,
COOTBETCTBEHHO UM TpebyeTca Bosbluee KONMYECTBO NPOAYKTOB B PALLMOHE, COAEPKALLUX BUT A.

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

Pa3BepHyTbIl CUCOK UCCNEA0BaHHbIX reHETUYECKUX MAapPKePoB M X GYHKLMOHANIOM NO HanpasAeHUIo
npeAcTasfieH B Buge tabamupl

ren RS renomun DyHKYUA Uumepnpemayusa
BCMO1 rs12934922 | A/T depmeHm 8-KapomuH- AKmusHocmoe hepmeHma
MOHOOKCU2€eHA3a, Kamanu3supyem Huxce, YeM rpu 2ceHomure
pacwensaeHue bema-KapomuHa, A/A, sbiwe nompebHocmb 8
nony4yaemoezo ¢ nuweli 00 pemuHona. | sumamuHe A.
BCMO1 rs7501331 c/C depmeHm 8-KapomuH- MonynayuoHHeIl sapuaHm.

MOHOOKCUceHa3a, Kamasausupyem
pacuwernsieHue 6€mG-K0p0mUHG,

nosy4aemoeo c nuweli 00 pemuHona.
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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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3BEPHYTbIi CMUCOK UCC/IEA0BaHHbIX FEHETUYECKUX MAPKEPOB U MX GYHKLMOHANIOM NO HaNpaBAeHUIO
peacTaBneH B BuAe Tabanubl P

»

ren RS FreHomun DyHKYuA Uumepnpemayusa

MTHFR rs1801133 | G/G 06pazyem akmusHyo hopmy MonynayuoHHsbIl eapuaHm!J >
¢honuesoli Kucsomel, >l '
Heobxodumyto 0015 » i
pememunuposaHua

2omouyucmeuHa u opyaux
mosneKysn, 8 yacmHocmu, [HK.
rs1801131 0Obpazyem akmusHyo hopmy MonynayuoHHell eapuaHm.
¢onuesoli Kuciomel, -8
Heobxodumyto 0015
pememunuposaHua
2omoyucmeuHa u opyaux
moneKysn, 8 yacmHocmu, [HK.

-




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 06paboTke paspywaetca go 90% ¢bonmMeBoM KUCNOTbl, COAEPIKALLEMCA B CbIpbIX MPOAYKTaX.
Kpome nocTynieHns B OpraHMsm M3 MULLM, TaKKe CUHTE3NPYETCA MUKPO(IOPOIM KMLEYHMKa. YUacTByeT
BO MHOTMX BUOXMMUYECKUX PEAKLMAX B OpraHU3Me, Hanpumep, oHa HeobxognMma Ans yaaneHus nus Kposu
BpeAHOro BewecTBa - romouucteMHa. [MnepromoumncTeMHemMmnn aBaseTca GakTopom pUCKa CepaeyHo-
COCYAMUCTbIX 3a6001€BaHUI U 3HA0TENMANbHON ANCHYHKLUMM (HapyLweHne GyHKUMKM coCya0B, MPMBOAALLEE
K aTepoCKieposy U aTepoTpombosy). Mpucytcteue pearux annenen reHos GposaTHOrO LMKNA NPUBOSUT K
CHUXKEHMIO aKTUBHOCTU NPOoAyLMpPYEMbIX UMM GEPMEHTOB U HapyLLUeHUIo GYHKLMOHMPOBaHUA GoNaTHOro
umkna. Mpuem ¢oaneBot KUCNOTbl OCOBEHHO HeobxogMm NpW  NAAHUPOBAHUM GepemeHHOCTU
(mOCTOBEPHO CHUMXKAET PUCK MOPOKOB Pa3BUTUA NA0A3).

CyTouHas noTtpebHocTb coctaBaset 200—400 mKr, y 6epemMeHHbIX NoTpebHOCTb 3HaYMTEIbHO BO3pacTaerT.

3AKAKOYEHUE
NoTpe6GHOCTb YMEPEHHO BbilLe CPEAHEN.
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Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUUECKUX MapKepoB U X GYHKLMOHANOM NO HanpasAeHUIo
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, [JHK.
MTR rs1805087 | A/G Yuacmeyem HernocpedcmeeHHO 8 CHuxMceHuUe akmusHocmu gpepmeHma,
pememunuposaHuu 2o0MoyucmeuHd. | Kooupyemozo OaHHbIM 2eHOM.
YmepeHHsIl hakmop pucka
aunepzomoyucmeuHemuu. Pakmop,
nosslwarowuli nompebHocmo
op2aHuU3ma 8 ghonuesoll Kucsiome u
sumamuHa B12.
MTRR rs1801394 | A/G BoccmaHasnusaem pabomy YmepeHHbIl hakmop pucka
¢epmenma MTR. aunepzaomoyucmeuHemuu. ®akmop,
nossiwarowuli nompebHocmMo
op2aHuU3Ma 8 ghoauesoli Kucaome u
sumamuHa B12.
SLC19A1 rs1051266 | T/C TpaHcnopm ¢onamos. MepeHocum | YceausaHue poanamoe Huxce, Yem

honamel 8Hympb Kaemku.
AfIK0201b y2HEmMaem cuHmes
0aHHO20 mpaHcnopmepa u e2o

¢yHKyU.

npu ceHomurne CC, Ho, 8 yesnom, Ha
cpedHenonyAsayuoHHOM YypPOBHe.
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METABOJ/IU3M BUTAMMUHA B12

MH,D,MBM,D,yaIIbHaﬂ reHeTn4yecKas I'IOTpE6HOCTb B BUTaMMHe Bi,:

KoaddpurumeHT reHeTuueckoro pucka (% nrogeii c Takum K)

Baw K (4.7%)

WHANBUAYAAbHBIE PEKOMEHAALUN

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

OnucaHue puUcka:

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 MHTEHCUBHO: KNETKM KPOBU, UMMYHHbIE KNETKWU, KNETKU KOXM U KNETKM,
BbICTU/IAIOLLME BHYTPEHHIOK MOBEPXHOCTb KMILEYHMKA. Bi, 3aliMlLaeT OT XMPOBOM MHOWUAbTPALUK
neyeHu, NoBbiWaeT NoTpebieHne KUCA0POAa KAETKaMMU MPU OCTPOMN U XPOHUYECKOW TMMOKCUM.

ButamuH Bix coaepskuTcA B MPOAYKTAX MUTAHUA XMBOTHOTO MPOUCXOMKAEHWA, TaKUX Kak MACO, pblba,
nTvua, ANUa M MoJIoKo. PauumoHasbHoe nuTaHWe o6blyHO obecneyMBaeT AOCTAaTOMHOE KOJMYECTBO
BUTaMUHaA B, HO y BeretapuaHueB, paZMKa/bHbIX BeretapuaHLeB (BeraHoB), MOXWAbIX NOAeN U Y
Nlofen, ¢ HapyleHemM BCacbiBaHUA BUTaMMHA B, BcneacTene 3aboeBaHUI NULLEBAPUTENBHOTO TPAKTA,
MOXeT HabntogaTbesa AedULmT 3TOro BUTaMMUHa.

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

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

dedunuunt ButammnHa Bia: aHemmus, HEBPOIOTMYECKME PAaCCTPOICTBa.

3AKAIKOYEHUE
NMoTpe6GHOCTb YMEPEHHO BbilLe CPEAHEN.
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Pa3BepHyTbIl71 CNMUCOK UccsiegoBaHHbIX reHeTUYECKUX MapKepoB U Ux d)yHKLI,VIOHBHOM Nno Hanpas/1eHU

npepacrasneH B Buae Tabaunubi

leHo-
ren RS eHo DyHKYUA
mun

Unmepnpemayus

FUT2 rs602662 | G/G ®yKosunmpaHcgepasa 2.

AHanu3 Bawezo eceHomuna ykaseieaem Ha
peopacnonoHeHHOCMb K CHUHEHHOMY
YPOoBHI0 sumamuHa B-12. Takxce OaHHbIl
2eHomun €c8A3aH € NosblueHHOU
socripuumyugocmeto K 6akmepuu Hel. Pylori
(sbi3bisaroweli czacmpum).

MTR rs1805087 | A/G Yyacmeyem
HernocpedcmeeHHO 8
pememunuposaHuu
20MOUUCMEUHQ.

CHUXteHUe akmugHoCmu thepmeHma,
KoOupyemo2o OaHHbIM 2eHOM. YMepeHHbll
GhaKmop pucka sunepeomoyucmeuHemuu.
®akmop, nosvliwarowuli nompebHocMob
opa2aHu3ma 6 onuesoli Kuciome u
sumamuHe B12.

MTRR | rs1801394 | A/G BoccmaHaenusaem pabomy
¢epmeHma MTR.

YmepeHHbIl hakmop pucka
aunepaomoyucmeuHemuu. dakmop,
nossiwarowuli nompebHoCMb 0p2aHU3MA 8
¢honuesoli Kucsiome
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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 meTabonnsme GpoameBOn KUCIOTbl U Kese3a, a TaKKe
CUHTE3e CTepoMAHbIX TOPMOHOB W KaTexo/slaMMHOB. ACKOpPOMHOBas KWUC/IOTa TaKXKe peryampyet
CBEpPTbIBAEMOCTb KPOBM, HOPMa/IM3yeT NPOHULAEMOCTb Kanuaiapos, HeobxoaMma AN KPOBETBOPEHMA,
OKasblBaeT NpoTUBOBOCNANUTENbHOE AeicTBue. ButamumH C aBnsetcs GakTOpomM 3alMTbl OpraHM3ma 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 HedocCTaTKa
aCKopbMHOBOW KUCNOTbl B MPOAYKTax MUTaHUA) U 3HAOreHHaa (3a cYeT HapylueHWA BCaCbiBA@MOCTU U
ycBoAemocCTM BUTaMmHa C B OpraHM3me YenoBeKa, B TOM YMC/e 33 CHET reHeTUYeCKUX MexaHM3MoB).

Oedvunt But C: npu ymepeHHOM AeduUMTe CHUMNKAETCA aKTUBHOCTb MMMYHHOW CUCTEMbI,
MOBbLILIAETCA 4acToTa WM YCUMBAETCA TAMECTb PECNMPATOPHbIX U XeNyAoUYHO-KULEUYHbIX WHPEKLUN,
BO3HMKaeT KPOBOTOUMBOCTb AECEH, M/0X0Ee 3aXKMBAEHWE PaH, CYXOCTb KOXKW, pasaparkKuTenbHocTb. Mpu
TAXenom aedbuumTe passusBaeTca 3aboseBaHuMe LUMHra (remopparmm, noteps 3y6oB, TMHIMBUT, KOCTHbIE U
cycTaBHble aedeKTbl).

MN36bITOK BUT C: annepruyeckune peakumm, KpanmueH1La.

3AKAIOYEHUE
CpeAHenonyAsLMOHHASA NOTPEOBHOCTD.

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

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%)
MuHUMYM

Makcumym 3,33

15 2 2,5 3 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 b6egHa BUTamMMHOM D, M CHUMKEHA CONHEYHas aKTMBHOCTb, MOBbILEHA
3a60/71€BaeMOCTb aTePOCKIEPO30M, apTPUTAMM, A1MabeTom, OCTEONOPO30M.

Mpn reHeTUYyeckM obYCNOBNEHHOM CHUMEHWM aKTMBHOCTM peuentopa K BuTamuHy D Hapylwaetcs obmeH
Kanbuma n docdopa, B pesynbTaTe Yero ¢ BO3PACTOM NPOUCXOAUT 3HAUUTEIbHOE CHUMKEHWE MUHEpasibHOM
NJIOTHOCTU KOCTElM M MOBbIWAETCA PUCK NEepesomoB. YmepeHHas pUsnYecKan akTUBHOCTb, HaxXxoXAeHue 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
dezaudpoxonecmepuHpedykmasa. HopMasibHbIM yposHem 25(0OH)D
Kamanusupyem uHOyyupo8aHHbIL 8 Kposu
ynempacguosnemom cuHme3s sumamuHa D3 8
Koxe u3 7-0e2udpoxosnecmepuHd.
GC rs2282679 /T BumamuH D, cesaszbisaroujuli 6enoK. Bausem | JaHHbIli 2eHOMuUn c843aH ¢
Ha 3¢hghekmuBHOCMb MPAHCIOPMUPOBKU, HOopMasbHLIM yposHem 25(0H)D
6uodocmynHocme rnpu npeobpazosaHuu 8 Kposu
25(0OH)D 8 akmugHyo 20pMOHA/bHYO
¢opmy — 1,25(0H)2D
VDR rs1544410 C/C | Peuenmop sumamuHa D, (Bsml), annesns B MpomekmugHblli a¢hchekm 8

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

OMHouWweHUU ocmeonoposa
dapmakozeHemuka: Mpu
mepanuu panoKkcugeHom ebiuie
agppekm, yem rpu
Hocumesnscmee eapuaHma T,
Mpu mepanuu aneHOpoHaMom
appekm meHbWe YeM npu
Hocumesnscmee eapuaHma T.




METABO/IU3M BUTAMUHA E

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

KoadpuumeHT reHeTuueckoro pucka (% noaei ¢ Takum K)

Baw K (47.1%)
MuHUMYM

MaKkcumym

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

WHANBUAYAAbHBIE PEKOMEHAALUN

MHAMBHMAYAAbHASS HOpMA noTpebAeHus ButammHa 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 MOBPEXAEHUSA, 3aMeaAa OKUCNeHMe ANNUAoB (3kMpos) n GopmmupoBaHme cBOBOAHbIX
pagukanoB. ButamuvH E yayywaer UMPKYASLMIO KPOBWM, HeObXoAMM A/A pereHepaumu TKaHel. OH
obecneyvBaeT HOPMasibHYIO CBEPTbIBAEMOCTb KPOBM W 3aXKMBJIEHWME; CHUMKAET BO3MOXHOCTb 06pa30oBaHMSA
LIPaMOB OT HEKOTOPbIX PaH; CHUMKAET KPOBAHOE AaBneHue; cnocobCTByeT MNpeaynpexAeHWio KaTapakT;
yAydLWaeT aTneTuyeckme AOCTUNKEHMUS; CHUMAET Cya0pOorv HOr; NOAAEPIKMBAET 340P0BbE HEPBOB U MYCKY/IOB;
YKpenaaa CTEeHKU Kanuanapos; npefoTBpaliaeT aHemuio. ButamuH E Heobxoaum Ans HOPMAasbHOro
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.

Odedunumnt But E: HeBposiormyeckme aedeKkTbl, MbilleyHasa cnabocTb, Npobiembl CO 3peHNeM, TOPMOHaIbHbIN
AncbanaHc, NPOBOLMPYHOLLMI PE3KYIO CMEHY HaCTPOEHMA.

3AKAKOYEHUE
CpeAHenonyAsLMOHHASA NOTPEBGHOCTD.
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SPHYTbIA CMUCOK UCCNEA0BaHHbIX TEHETUYECKUX MAPKEPOB U MX PYHKLMOHANOM MO HanpaB/ieHUIO o
ACTaBAEH B BUge Tabaunubl o &

(L]

ren RS renomun dyHKYuA NHmepnpemayusa

SCARB1 rs11057830 | G/A CKaseHOMcep peuyenmop Pakmop pucKa CHUXKeHUA ypoeHﬂ?‘V’
B1, yuacmeyem e sumamuHa E "
memabonausme Aunudos u & @ -
sumamuna E. »
rs964184 benoK «yuHKo8bIX He sbisigieHO hakmopa pucka CHu_J;cthﬂ
nansyes» peayaupyem yposHa eum E ..
MPAHCKPUMYUH 2EHO8, ) »
MpPoOyKMbl KOMOpbIX - @ .
pez2yaupyrom yposeHb
mpueanuyepudos.




OAPMAKOIEHETUKA

PUCK CHUKEHMUA CKOPOCTU METABOJ/IN3MA 3CTPOTEHOB, OEYC/IOB/IEHHOM CYP1A2

Puck cHmnxKeHuna aktusHoctn CYP1A2:

KoadduumneHT reHeTuuecKoro pucka (% nrogei ¢ Takum K)

Baw K (32.0%)
MuHUMym

Makcmmym

o 0,5 1 15 2 2,5 3 3,5

WHANBUAYAABHBIE PEKOMEHAALUN

Mpuem KOK (uan 3IT coaepXallylo I3CTPOreHbl) HE XEeAATEeAbHO COo4YeTaTb C
cdakTopamu, nosbiwamwmmm akTMBHOCTb CYPT1A2 - ynotpe6GAeHHe KpeCTOoLBETHbIX
(kanycTa M Ap.), KypeHue, XAapeHas HA OTKPbITOM OrHe nul,a, MHIMOUTOpPbI
NPOTOHHOMK NOMNbI (TAKME NPenapaTbi, KOK OMENPA30A).

OnucaHue puUcka:

Uutoxpom CYP1A2 meTabonmsmpyer 5-10% neKapcTBEHHbIX MNPENapaToB, MNPUMEHSEMbIX B
MeanuMHe, B TOM u4uC/ie, 3CTporeHbl. Kpome TOro, 3TOT UMTOXPOM aKTMBMPYET HEKoTopble
apPOMATUYECKME aMUHbI TabaYHOTO AblMa M NPOMBILIEHHOTO CMOTa, U TaKMM 0Opa3om sBAAETCA OAHUM
13 K/toYeBbIX GePMEHTOB XMMMUYECKOTO KaHLeporeHesa. DepMeHT 3KCNPeCccUpyeTcsa B NeYEHN.

MonnmopoHble BapmaHTbl reHa CYP1A2 BAMAIOT Ha BbIPaXKeHHOCTb MHAYKLMU depmeHTa. Annenb
CYP1A2*1C BO3HMKaeT B pe3ynbTaTe TodeuyHol myTaumm (rs2069514), Kotopana NpPUBOAUT K CHUKEHUIO
aKTMBHOCTU depmeHTa (HYKHbl MeHbluMe [03upoBKK). Annenb CYP1A2*1F BO3HMKaeT B pesysbTaTte
TOYeYHOM myTaumm (rs762551) n cBsA3aH C NOBbIWEHHON MHAYKUMEN PepmeHTa 0COBEHHO Y KypALLMX
(HY>KHbI BbICOKME IO03UPOBKK).

HekoTopblie cybcTpaTbl depmeHTa: napaueTamosi, amMUTPUNTUAWH, Auazenam, GTOPXMHOJOHDI,
KO®EWH, 3CTPOreHbl, NPonpaHono, TeoduanunH, deHaueTuH.

HekoTopble MHIMO6UTOPbI: GTOPXMHONOHLI, M30HMA3MA, PUPaMNULMH, UUMMETUAMH, Bepanamu,
OpasibHble KOHTPALENTUBbI, KObeWH, rpelindpyToBbI COK.

HeKoTopble MHAYKTOPbI: KPECTOLBETHbIE, KYPEHUE, }KapeHasa Ha OTKPbITOM OrHe NuLLa, UHTMBUTOPBI
NPOTOHHOM Nomnbl, peHobapbuTan.

HocutenbctBo BapuaHTa CYP1A2*F (rs762551) accoummpoBaHa ¢ bbicTpbiMm meTabonmsmom KodpeunHa.
Mpyv paHHOM reHoTune ynoTpebneHve Kode He MPOTMBOMOKA3aHO M B HEKOTOPbLIX CAyYaax OaxKe
XenatenbHo. HocuTenbctBo BapuaHTa CYP1A2*C  (rs2069514) accoummpoBaHa C MeAJsIeHHbIM
MeTabonnsamom KodpeumHa U ycuneHmem ero apodekTos. Mpu AaHHOM reHoTMMe ynoTpebneHue Koode
NMOBbILWAET PUCK CEPAEYHO-COCYANCTbIX 3ab0eBaHNIM U MHaAPKTa MMOKapaa B YacTHocTu [Cornelis, MC
2006]. BapuaHT CYP1A2*1 (Mam «*A») cooTseTcTByeT Hambonee pacnpoCTPaHEeHHOMY TUMNy MU
CTaHAAPTHOM aKTUBHOCTU PpepmeHTa.
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MNpu AaHHOM reHOTUNE yMepeHHoe ynoTtpebneHve Kode He npoTvMsonokasaHo. CYP1A2 wurpaet
K/ItO4EBYHO POb B MeTaboiM3me He TO/IbKO Kode, HO U 3CTPOreHOB - }KEHCKMX NOI0BbIX FOPMOHOB.

HeHwuHbl ¢ CYP1A2* 1F reHOTMNOM MMetOT 6osiee akTUBHbIV nepexog, 2-(2-OHEL) B 16 anbda-OHEL.
2-OHE1 sBnaetca cnabbim 3CTPOreHOM U AayKe MOKeT 6/10KMpoBaTh pelentopbl scTporeHa (ER), B To
Bpemsa Kak 16 anbda-OHEL sBnseTca npoKaHueporeHHbiM. MoBblweHHoe noTpebneHune Kode (22 yalek
B A€Hb) KOHKYPEHTHO MHIMBUPYET MeTaboIM3M 3CTPOreHOB U CHUMKAET MX MPOKAHLEPOreHHbi apdeKT
[Erika Bageman, 2008].

3AKAIOYEHUE

Mpu Bawem reHoTune Bbiwe akTMBHOCTbL CYPT1A2 u ckopocTb MeTab0oAU3IMa
3CTPOreHoBs.

Pa3BepHyTbIA CNMCOK UCCNEeAOBaHHbIX FEeHEeTUYECKUX MapKepoB U UX GYHKUMOHA/NIOM MO HanpaB/ieHUIo
npepcrasneH B Buae Tabnunubi

ren RS FreHomun DyHKYUA Unmepnpemayus
CYP1A2 rs2069514, F/F Mema6onusm Takoli eeHomun scmpevaemcs y 12%
rs762551 KCeHobuomukKos. arodell. bbicmpoil memabosusm KogeuHa.
Memab6onusm KogheuHa. Baw eeHomun coomeemcmeyem

«bbIcmpomy eapuaHmy» hepMmeHma,
memabonusupyou,e2o KogeuH. B
uccnedosaHuU, npu OGHHOM 2eHomurie,
ynompebeHue 00 4 yauwek Koge (800me
KogheuHa) 8 OeHb He yeenu4yueano pucK
cepdeyHo-cocyoucmeoix 3a60a1es8aHuUll.
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OLIEHKA PUCKA CHUKEHUNA AKTUBHOCTU LULUTOXPOMA CYP2C9

OugeHKa pucKa HapyLweHus paboTbl untoxpoma 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 CyAbGPOHUAMOYEBUHbI U AHTUAENPECCAHTOB —
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,
capTtaHos, HMBC, npenapaToB CyAbPOHUAMOYEBUHbI U AHTUAENPECCAHTOB —
LUTAAONPAMA U CEPTPAAUHA.
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Pa3BepPHYTbI CNMUCOK UCCNEA0BaHHbIX FEHETUYECKMX MAapKepOB U UX GYHKLMOHANIOM NO Hanpas/ieHUIo
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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®APMAKOTEHETUYECKMUIA MAPKEP ABCB1 (MDR1).
PUCK NOBbILWWEHNA AKTUBHOCTU MDR1 U CHUKEHUA SDPEKTUBHOCTU
HEKOTOPbLIX PAPMALIEBTUMECKUX NPEMAPATOB

Puck nosblweHna aktmeHOCTM MDR1 u cHUKeHMA 3PPEKTUBHOCTU HEKOTOPBIX GapMaL,eBTUYECKUX
npenapaTtos:

KoadduumneHT reHeTuUecKoro pucka (% niogei ¢ Takum K)

Baw K (50.0%) 1,3
MUHUMYM

Makcumym

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

OnucaHue puUcka:

e ABCB1 KoaupyeT «P-rIMKONPOTEMHY, TaKXKe U3BECTHbIN, Kak 6e10K-1 cBA3aHHbIN C MHOMECTBEHHOW
NleKapcTBeHHoM yctoumnsocTbo (MDR1), KOTOpbIV ABNSETCA BaXKHbIM HEIKOM KNEToYHOM membpaHbl, KoTopas
BbIBOAMT MHOMO YyXXepoAHbIX BELLECTB M3 KNeToK. OH MpUCYTCTBYET Ha MembpaHax KNETOK Y KUBOTHBbIX,
rpuboB 1 6akTepuii U, BEPOSTHO, Pa3BUICA KaK 3alMUTHbIA MEXaHU3M OT BpeHbIX BewecTB. Y YesoBeKa OH
3KCMpeccupyeTcs B 3MUTENIUN KULIEYHUKA, TAe OH NepekaunmBaeT KCeHOBMOTUKM (TOKCUHbI AW NeKapcTBa)
0b6paTHO B NPOCBET KMLIEYHMKA; B KNETKaX MNEeYEeHMU, rae OH nepeKkavymBaeT KCEHOOMOTMKM B XKeNYHbIe MPOTOKY;
B K/IETKM MPOKCMMaNbHOIO KaHajbLa MOYKM, rAe OH 3aKaumBaeT KCEHOOMOTUKM B Mo4vyeBOW PuUAbTpaT; B
3HAOTENNANbHbIX K/IeTKaxX KanuaiAapoB, COCTAaBAAOWMX remaTosHLedannyeckmii bapoep.

MoBbllWEeHHOE BblBEAEHNE KCEHOOMOTUKOB 06PaTHO B MPOCBET KULLIEYHMKA C MOMOLLbIO P-rankonpoTemHa
CHUKaeT 30 PEKTMBHOCTb HEKOTOPbIX PpapMaLLeBTUUYECKUX NPEnapaToB, KOTOpble ABAAIOTCA ero cybctpatamm m
MOXKET NPUBOAUTL K NEKAPCTBEHHOM PE3UCTEHTHOCTMU.

OCHOBHbIMKW cybcTpaTamu ABAAKOTCA: KOAXUUMH, XMHUAWH, TaKPOJMMYC, UHIMBUTOPbI Tonousomepasbl
(sTOMO3MA, [OKCUPYOUUMH), BUHONACTUH W MHIMOUTOPbI KWHa3bl TUPO3UHA (rePUTUHMG, CYHUTUHMO).
CeppeyHblie TAMKO3UAObl (AMroKcuH). MIMmyHoaenpeccuBHble areHTbl (gekcameTasoH). [poTUMBOBUPYCHbIE
aTasaHoOBUP. AHTMarperaHTbl KAONWAOrPenb, acnupuH. JlaHCconpasos, BaPWKOHA30/, CUMBACTATUH,
aTopBacCTaTUH U HEKOTOPbIE Ap.

3AKAIOYEHUE

BbisiBA€H chakTOp pUCKa NoBbilLeHA aKTUBHOCTU MDR1 1 cHuxeHus acpdoekTUBHOCTH
HEeKOTOPbIX hapMALLEBTUHECKMX NPEenapaTos.

Pa3BepHyTbIii CNUCOK UCCNEeA0BAHHbIX FeHETUYECKUX MapKepoB U UX GYHKLMOHANIOM NO HanpaB/ieHUIo

npeacrasneH B BUAeE Tabaunupbl

e RS feHomun

DyHKYuA

NUHmepnpemayusa

ABCB1 rs1045642 | G/A

Kodupyem 6enok MDR1, komopubili
dopmupyem mpaHcmemMbPpaHHbIL
UOHHbIU KaHa 8bis00auwuli
60bUWOE KONUYECMBO YYHEPOOHbIX
coeduHeHull U3 Knemku.

YmepeHHblIl hakmop pucka
pe3ucmeHmMHoOCMU K eKapcmeam-
cybcmpamam MDR1. Haubonee
yacmelli eapuaHm. Omcymcmaue
npomeKkmueHo20 aghekma.
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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 - 6osblioe cemencTBO reHoB uuToxpoma P450, uyepe3 KoTopble meTabonunsmpyercs
6O/IbLUMHCTBO JIEKAPCTBEHHbIX CPeACTB U APYrUX KCEHOBMOTUMKOB. MMoMMOpPPU3MbI B 3TUX reHax
M3MEHSIIOT aKTUBHOCTb MeTabonnama, B pe3y/sbTaTe Yero JeKapCTBEHHOE BEeLLeCTBO MOXKET
AKKYMY/IMPOBATbLCA B OPraHax M TKaHAX M ero nobo4yHbll a¢pdeKT Bo3pacTaerT.

feH CYP2D6 - dapmaKoreHeTMYyecknini MapKep OCYLLECTBAAIOWMIN MeTaboiM3mM  creayroLwmx
NIEKapCTBEHHbIX cpeacTB: 6-6/0KaTop METOMNPOA0/, WMHIMBUTOPbI aHTMOTEH3WH MNPEBPALLAMOLLErO
bepmMeHTa, TPUUMKANYECKME aHTUAENPECCAHTbI, TPULUMKANYECKME aHTUAENPECCAHTbl - aMUTPUNTUANH,
BeHMadaKCMH, KAOMUNPOMUH, GAYOKCETUH, TaMOKCUdEH, TpamMaao/, HenponenTuKu, apununpason,
rasonepuaon, pucnepuaoH.

BapuaHT *1/*1 - cooTBeTCTByeT HOPME M HOPMasbHOW aKTMBHOCTM [AaHHOMO UWMTOXPOMaA
(«HopmanbHbIN meTabonnzep»). Annenn *3 n *4 NpuBOAAT K CHUMKEHMUIO aKTUBHOCTM paboTbl CYP2D6 U
3ameanieHMto metabosinama cybcTpaToB («MeaneHHbId MeTabonmsep»). MNpuem nekapcTs, meTabonnsm
KOTOpbIX ocyLecTeaseTca ¢ ydactmem CYP2D6 y «mepneHHbIX meTabom3epoB» NpUBOAMUT K BbICOKOMY
PUCKY HeenaTeNbHbIX NIeKapCTBEHHbIX Peakuuit u TpebyeT MOBbILEHHOro KOHTPOJA Tepanuu Wau
BbIOOPY a/IbTEPHATUBHOIO JIEKAPCTBEHHOTO CPEACTBA.

3AKAIOYEHUE

MonyAALWOHHbLIM BAPUAHT. He BbIABAEHO MATOAOIMYECKMX BAPUAHTOB FeHA
Cyp2Dé6. Huxe pucK HEXEAQTEAbHbIX AEKAPCTBEHHbIX PeaKLMi NPU NPUMEHEHUN
CAEAYIOLLUX AEKAPCTBEHHbIX CPEACTB. 6-6A0KATOP METOMPOAOA, UHIMOGUTOPBI
GHFMOTEH3UH npeBpawamero epMeHTd, TPUUUKAUHYECKHME aHTUAenpec-
CAHTbI, TPULUKAUHECKUE AHTUAENPECCAHTbl — GMUTPUNTUAUH, BEHAAMAKCHH,
KAOMUMPOMMUH, OAYOKCETUH, TOAMOKCUMEH, TPAMAAOA, HEUPOAENTUKM,
ApUNUMNPA3OA, TAAONEPUAOA, PUCTIEPUAOH.
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ePHYTbIN CNUCOK UCCNeA0BaHHbIX FEHETUUECKUX MapKepoB U UX GYHKLMOHANOM NO HanpaBaeHUIo
efAcTaB/ieH B Buae Tabnuubl
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&

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. :
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KEHCKOE PENPOAYKTUBHOE 340POBbE
MPEAPACMONOKEHHOCTb K CUHAPOMY NOJIMKMCTO3HbIX ANYHUKOB

OueHKa reHeTnyeckoro pucka ClMNKA (no nccnegosaHHbIM reHam):

KoadduumneHT reHeTuUecKoro pucka (% nrogei ¢ Takum K)

Baw K (21.5%) 1,76
MUHUMYM 0,9

Makcmmym 2,08

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

OnucaHue puUcka:

CMHAPOM MOJIMKUCTO3HbIX AMYHMKOB (CMKA) - 3aboneBaHWe, CBA3AHHOE C HapyleHUem
OBY/IALMM U nNpuBOAsALLee K Oecnnoguio, NPOABAAETCA B HAKOMNEHUM MENKMX aHTPabHbIX
GONNMKYNOB C yToNWeHHoMW o6onoukol (TeKanbHoM runepnnasveit). Takke CMNKA cBfAsaH ¢
KOCMEeTMYECKMMM npobiemamm, TaKMMKM Kak TMPCYTU3M, Yrpu W aHApOreHHas anoneuma. YactoTta
CMKA cpenyn KeHWWH penpoayKTMBHOIO BO3pacta cocrasnasetr ot 3,5 po 7,5%. Bo3HuMKaeT u3-3a
HapylweHua meTabosM3ma rOPMOHOB, MOBBIWEHWA YPOBHA AHAPOrEeHOB U WHCYyAWMHa. MpcyTusm
BCcTpeyaeTcAa y 45-60% 60/bHbIX, YTO MPAKTUYECKU BCErga COYETAeTCA C MOBbILEHHbIM YPOBHEM
aHAPOreHOB AWYHMKOBOTO W/MAN HAAMNOYEYHUKOBOrO MPOMCXOXMAEHMA. [PaKTUYECKM Yy KaxKaoMn
BTOpOW naumeHTKM ¢ CIMKA BbIABNAIOTCA HAapPYLUEHUA XMPOBOro obmeHa.

BUOCKMHTE3 aHAPOreHOB — 3TO XOPOLUO OPraHWM30BaHHbIN MPOLECC, MPOUCXOAALMNI B ANYHUKE,
onocpesioBaHHbI  GEepPMeHTAaTUBHbIM KackaZomM Mpu  cTumMynauumn runodusapHon JII. MepsBbim
dbepmeHTOM B 3TOM KackaZe BbICTyrmaeT Aecmonasa Koaupyemas reHom CYP11A, B perynsitopHoi
obnactu reHa obHapy»KeH nonnmopdusm HykneotTuaHbix nostopos (TAAAA) ot 2R go 10R, npu atom
BapuaHTbl 6onee 8R npuBOAAT K yBenunyeHuto akcnpeccun reHa CYP11A, yTo accoummpoBaHo ¢
NoBbILIEHMEM YPOBHA aHAporeHoB. [pyroii ¢depmeHT - apomartasa, kogupyemasa reHom CYP19A
nepeBOAUT aHAPOreHbl B 3CTPOreHbl, reHETUYECKM 0BOYCN0BNEHHOE CHUKEHME apoMaTasbl YMeHbLUAeT
npespalleHe TeCTOCTEPOHa B 3CTPaAnon. BapuaHTbl reHa aHApOreHoBOro peuentopa - AR - BavAtoT
Ha aKTMBHOCTb Nepefaynm CUrHana oT aHAPOreHoB, MOBbIWEHWEe aKTUBHOCTU AR MOXeT NpuBoAUTbL K
CMMNTOMaM rMnepaHaporeHnn aaxe npu HOpMasabHOM YPOBHE aHAPOreHOB.

Y eHwmH ¢ CMKA yacto HabaoaaeTca rmnepuHCyIMHEMUM B COYETAHUN C PE3UCTEHTHOCTLIO K
WHCYNUHY. UHCYNMH OeWCTBYEeT HENnocpeAcTBEHHO Ha AWYHWK, 4Yepe3 ero PeuenTopbl, YCUAMBaAS
BblpaboTKy aHaporeHoB. C Apyro CTOPOHbI, WMHCY/IMH CHWXKAeT OMOCMHTE3 B neveHW 6esiKa,
CBA3bIBAIOLLErO MOJIOBbIE TOPMOHbI, TEM CaMbiM MOBbIWasA OMONOrMYECKM [AOCTYMHbIe YPOBHM
TecTocTepoHa. JocTuKeHre M NoaaepKaHne HOPMaibHOro Beca CHUMKAET MHCY/IMHOPE3UCTEHTHOCTD,
OXKMpPEeHWe BCerga ConpoBOXKAAETCA TOW UM MHOW CTEMNEHbIO MHCYIMHOPE3UCTEHTHOCTY.

3AKAKOYEHUE

BbisBA€HO yMepeHHoe noBbiieHue pucka CIMK4.
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B pHyTblﬁ CMUCOK UccnepoBaHHbIX reHETUYECKUX MapPKepoB U nx (byl-uu.mouanom no HanpasaeHUto '

A CTaB/IEH B BUAe Tabanubl

=
>
@

leH

RS

leHo-
mun

DyHKYuA

Uumepnpemayusa

AR

18R/18R

Peyenmop k aHOpozeHam, obycnasausaem
aghgekmobl aHOPO2EHO8.

lTosbiweHue
yygcmeumenobHoCMu
mkKaHel K aHdeZEHGM,'_;:'
4Ymo moxem
conposoxoameca
KAUHUYECKUMU
npusHakamu 4
eunepaHopozeHeMuu npu.
HOPMAsIbHOM YypPOBHE
aHOpo2eHos.

<

:

P

rs1801282

Peuenmop akmusamopa nepokcucom G.
Peaynupyem HakomnsaeHue XupHbIX KUci1om
U Memabosu3m enoKo3bl.

Haubonee yacmeoili
sapuaHm.

CYP19A1

rs2470152

Apomamasa — ¢hepmeHm, npespawiaroujuli
QaHOPO2eHbl 8 3cMpozeHsl. [Tonumopguzm
rs2470152 accoyuuposaH ¢ yposHem
acmpaduona (E2) u coomHoweHuem E2/T
(scmpaduosn/mecmocmepoH).

Haubonee yacmeoili
sapuaHm.




PUCK TMNEPAHAOPOrEHUA

leHeTnyecKan npeapacnosoXKeHHOCTb K rmnepaHaAporeHnn:

KoadpuumeHT reHeTuueckoro pucka (% noaei ¢ Takum K)

Baw K (30.7%)
MuHUMmym

Makcmmym

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

WHAUBUAYAAbHbIE PEKOMEHAALNN

npOKOHCYAbTMPYI‘;iTer C BpPAYOM TUHEKOAOIromMm-3HAOKPHUHOAOIOM IO
BO3MOXHOCTU AUATHOCTUKUN U KOPPEKLUN TMNEePAaHAPOreHuu.

OnucaHue pucka:

MnepaHAaporeHna - NaToaorMA 3HAOKPUHHOM CUCTEMbI Y MEHLUMH C PAcnpPOCTPaHEHHOCTbHO
10-20%, KoTopas cBfizaHa C U36bITOYHbIM 3DDEKTOM aHLPOTEHOB - MYMCKMX MONOBbIX FTOPMOHOB,
KOTOpble B HOpMe BbipabaTbiBatOTCA Y KEHLLMH B HEO0/IbLIOM KonnyecTse. M'MnepaHaporeHms MoxXeT
BO3HMKaTb KaK MpuW MOBbILEHWM YPOBHS aHAPOTEeHOB B KPOBM (rMmnepaHAporeHemun), Tak v npwu
HOPMa/IbHOM YPOBHE aHAPOreHOB BC/eACTBME MOBbILEHUS aKTUBHOCTM peLLenTopa K aHaporeHam. Y
NaLMeHTOK C rMnepaHAporeHHbIM COCTOAHMEM MOTYT BO3HMKATb KOCMETUYeckue npobaembl (akHe,
cebopes, anoneums, rTMPCyTM3M), PENPOAYKTUBHbIE HapyLleHUn (aHoByasaLuMA U becnnoamne, CMKA) n
SHAOKPWUHHbBIE PACCTPOMCTBA, B TaKMX C/y4Yasx BO3MOMKHO JieyeHue npenapaTtamu, coaepiKalliumu
aQHTMAHAPOrEHbI.

leH AR KoaupyeT peuentop K aHAPOreHam - MYXXCKMM MONOBbIM ropMoHam. CBA3bIBAACH C
aHAporeHamu, peLenTop y4yacTByeT B perynauun GopmupoBaHuA naoaa, NoA0BOro pa3BUTUA, POCTa
BOJIOC U MNOJI0BOro nosegeHuAa. MyTaumA 3akao4aeTca B KOAMYECTBE MOBTOPOB OnNpeaesieHHOro
coyeTaHua Hykneotuzaos CAG (UMTO3MH-afEHUH-TYaHWH) B y4yacTKe reHoma. 22 TaKux MoBTopa
CYUMTAlOTCA HOPMOW, CHUMKEHWME KONM4YecTBa MOBTOPOB CBA3AHO C MNOBbIWEHHOW aKTUBHOCTbIO
peuenTopa. Bo3pacTtaHne KoanyecTsa NOBTOPOB NPUBOAMUT K CHUMKEHUIO aKTUBHOCTU peLenTtopa. Yem
Bblle KonuyectBo noBTopoB CAG (UMTO3MH-afleHUH-TyaHWUH) B Yy4acTKe reHOMa, TEM MeHbLUel
aKTUBHOCTbIO 06/1a4a10T peLenTopbl K aHAporeHam. MNoBbileHHan aKTUBHOCTb peLenTopa CBA3aHa C
PUCKOM MPW3HAKOB TMMNepaHAporeHnn 6e3 yBesIMYeHUsA YPOBHA aHAPOreHOB B KPOBU U PUCKOM
HapYLUIEeHMA OBYNALMN Y XEHLLMH, a TaKXKe PUCKOM anoneumnn, Kak y MyXUmH, TaK U Y XKEeHLIUH.

3AKAKOYEHUE
PUCK runepaHApPOreHun yMepeHo BbilLe CPEeAHEro.
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Pa3BepHYTbI CNUCOK UCCeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM NO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

ren RS Feno- DyHKYUA Uumepnpemayusa
mun
AR (CAG)n 18R/18R | Peuenmop k aHOpoz2eHam, obycnasausaem | [losbiwieHue
agpghekmsl aHOpo2eHos. yyscmeumesnosHocmu
mkaHel K aHOpo2eHam,
Ymo moxem
conposoxdamescs
KAUHU4ecKumu
npu3Hakamu
aurnepaHOpozeHemMuU fpu
HOPMGAsIbHOM yposHe
QaHOpo2eHos8
CYP17A1 rs743572 A/G 17-anbgha-2udpokcunaza — gpepmeHm, Haubonee yacmeili
Komopelili ydyacmeyem 8 0bMeHe MyH(CKUX U | 8apuaHm
HCEHCKUX M0/108bIX 20PMOHO8 8 Op2aHU3Me
Yes108€eKa.
CYP19A1 rs2470152 G/A Apomamasa — ¢pepmeHm, npespawiarowjuli | Haubonee yacmeili
aHOpO2eHbl 8 3cmpozeHsl. [Tonumopgdusm sapuaHm.
rs2470152 accoyuuposaH c yposHem
acmpaouona (E2) u coomHoweHuem E2/T
(acmpaduosn/mecmocmepoH).
A&
*
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NMPEAPACMNO/IOKEHHOCTb
K OHKOJIOTMHECKUM MNPOLIECCAM

PUCK CNOPAAUYECKOTO PAKA MO/IOYHOW YKENE3bl,
CBA3AHHOIo C HAPYWEHUEM CUCTEMbI AETOKCUKALUUN KAHLEPOITEHOB
B OPTAHU3ME

PUCK cnopaamyeckoro paka MOJIOYHOM »Kese3bl CBA3aHHOIO C HapyLeHMeM CUCTEMbI AeTOKCUKaLMK
KaHLLeporeHoB B OpraHmMsme:

KoaddpurumeHT reHeTnueckoro pucka (% noaei ¢ Takum K)

Baw K (79.1%) 2,1
MuHUMYM I
Makcumym 7,64
0 2 s 6 s 10

WHANBUAYAABHBIE PEKOMEHAALUUN

PeryaspHoe cAMOOGCAEAOBOHME MOAOYHOM XeAe3bl He pexe 1 pasa B
mecsu,. IPOKOHCYAbTUPYHUTECH C BALLMM BPA4YOM.

OnucaHue pucka:

Pak monouHoi xenesbl (PMXK) aBnserca Haubonee 4acTbiM OHKONOTUYECKMM 3a60/1€BAHUEM Y KEHLLMH.
Mo NPOUCXONKAEHUIO BbLIAENAOT CemeliHble U crnopaguyeckne («cayyaiHbie») ¢opmbl  AAHHOTO
3a601eBaHMA. CemeitHble GOPMbI CBA3aHbI C HOCUMTE/IbCTBOM PEAKMX MYTaLMi1 B TaKMX reHax kak BRCA1/2,
M cocTaBnAlT 16% oT Bcex BapnaHToB PMMK (B AaHHbIN TecT uccnegosaHune reHos BRCA He Bxoauno).
Bonbwana yactb PMX MmeeT MHOropaKTOpHYI 3TUONOTUIO U BO3HUKAET B pe3ysibTaTe 06beANHEHHOro
a¢ddeKTa HECKOJIbKMX TEHOB U BO3AENCTBUS OKpYrKatowen cpeapl. HapyweHne metabonmsma acTporeHoB
ABNAETCS 3HAuUMUTENbHbIM (GAKTOPOM pucKa PMIK, a TakKe HEKOTOpbIX ApYyrvx onyxosei (runodusa,
SHAOMETPUSA U wWwenkm matku) (Highman B. et al.,, 1980, MeaHos B.l'., 2002, Shull J.D. et al., 1997).
3cTporeH cozepsKalime meguMKamMeHTbl (OpasibHble KOHTPALENTMBbI MAM TOPMOH 3aMeHstoWwasn Tepanus),
MOTYT BHOCUTb CBOM BKANaf, B yBenmyeHue pucka PMMX n paka saHgometpua (Colditz G.A., 2005; MsaHoB
B.l'., 2002; Kaaks R. et al., 2002). FTopmOHanbHbI KaHLEPOreHes ¢ y4aCTMEM 3CTPOreHOB XOPOLLO OMMCaH B
y4ebHMKax Mo OHKO/IOMUMU.

MeTtabonmsm ocyuiecteasetca pepmeHtamm CYP1A1, CYP1A2, CYP1B1 mn SULT1 mn ap. OnpenenéHHble

M3MEHEHWA B [aHHbIX reHax MOryT BAMATb Ha pucK PMIK, npu 3Tom MOryT 6biTb CKOMMEHCUPOBAHbI
06pasom KU3HMU.
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Hanpumep, »eHwuHbl ¢ BapnaHTom CYP1A2*F/F reHotunom mmeroT 6osiee aKTUBHbIN nepexos 2-(2-
OHE1) B 16 anbda-OHE1, nosbiweHHoe notpebneHne Kode npu reHotune CYPIA2*F/F (>2 yalleK B AeHb)
KOHKYPEHTHO MHIMbMpyeT MeTaboM3M 3CTPOreHOB M CHUMKAET WUX MpPOKaHLUeporeHHbin apdekt (Erika
Bageman, 2008).

HocutenbctBo BapmaHTa SULT1A1*2 6bI10 accouMMpoBaHO C noBbileHMeM pucka PMMX Ha ¢oHe
ANTEeNbHOro ynoTpebieHnA opasbHbIX KOHTPALENTMBOB.

B nepuos noctmeHonay3bl OCHOBHbIMM MCTOYHMKAMMK 3CTPOreHOB ABAAIOTCA KMPOBAA K/IETYaTKa,
HOpPManM3aumnsa Beca - 3anTHbIA dakTop B oTHOWweHUKM PMIK 1 paka aHOOMeTpuA nepuos meHonaysbl
(Simpson E.R. et al., 2001).

3AKAKOYEHUE

BbisBA€HbI TeHeTu4eckue dOaKTOpbl PUCKA cCnopaAudeckux chopm paka
MOAOYHOMU XeAe3bl. Apyrme reHeTU4eCKMe U HereHeTudeckme cpakTopbl MOTyT
BAUATb HO ACHHbIMA PUCK.
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PUCK PAKA MOJI0MHOM KENE3bl (HACNEACTBEHHbIN)

CambIM 4YacTbiM OHKO/IOTMYECKMM 3abosieBaHMEM, AMATHOCTUPYEMbBIM Y JKEHLUWMH, ABAAETCA pakK
MOJIOYHOWM Kenesbl. Pak ANYHUKOB ABAAETCA OCHOBHOWM NPUYMHOM CMepTeNIbHbIX MCXOL0B BCeACTBUE
6eccMMNTOMHOro TeyeHus 3aboneBaHUs Ha paHHMX cTagusax. CylecTByoT MyTaummn B reHax BRCAL u
BRCA2, Haninume KOTOPbIX MOBBILAET PUCK PA3BUTUA PaKa MOJIOYHOM ¥Kenesbl U paka AMYHMKOB.

B mupe exerogHo peructpupyerca bonee 1 MaH. ciyyaeB paka MOJIOYHON Kenesbl (PMXK), a B PO
6onee 50 Tbic. JleTaNbHOCTb Ha 1-m rogy nocsie yCTaHOBAEHWA AMarHosa coctasnser noytu 13%.
OdPeKTUBHOCTb NEYEHUs Bbile MPU  BbIABNEHMM Ha pPaHHUX CTagmax 3abosieBaHMA, MNO3TOMY
CBOEBPEMEHHAA AMArHOCTMKA MOMKET NPUBECTU K CHUMKEHMUIO YMCAA HEBNArONPUATHBIX MCXO40B.

MpumepHo 5-10% Bcex cnyvyaes PMXK 1 paka AMYHMKOB ABNAIOTCA HACN€ACTBEHHBIMU U UX PA3BUTUE
MOXKeT bbITb CBA3AHO C MyTaumaMmu B reHe BRCAL

BRCA1- accouMmMpoBaHHbIM pPaK MOJIOYHOM Kesnesbl XxapakTepusyeTcs 6o0/siee BbICOKOW CTeneHbto
3/10KaYeCTBEHHOCTM, YeM CMOPaAMYECKM M Yalle NPUBOAUT K Pa3BUTUIO 3CTPOreH- M MPOrecTepoH-
OTpPULATE/NIbHBIX OMYyX0/Iei, HO TaK}Ke XapaKTepusytoTca 60/1ee BbiparKeHHbIM NMOMOKUTENbHBbIM OTBETOM
Ha MPOBOAMMOE NeYeHue.

MaTtonormyeckne nosvmopodusmbl B reHe BRCAL NoBbLIWAIOT TaKKe PUCK PasBUTUA paKa AMYHWMKOB,
YKenyaKa, TONICTON KUWKK, SIHAOMETPUSA, NOAKENYA0YHON Kenesbl, MOYEBOro My3bips, OMyXos1ei ronoBsl
N LWEW, XKen4eBbliBOAALLMX NYTEN, a TaKKe BO3HUKHOBEHMA MeNlaHOMbI.

3AKAKOYEHUE

He BbisBA€HbI reHeTU4eckne oaKTOpbl PUCKA HAOCAEACTBEHHbIX POpM paka
MOAOYHOM XeAe3bl. Apyrme reHeTM4eCckue U HereHeTudeckne coakTopbl MOryT
BAUSATb HO AQHHbIN PUCK.
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Pa3BepHYTbI CNUCOK UCCeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM NO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

e

RS

leHo-
mun

DyHKYUA

NHmepnpemayusa

CYP1A2

rs2069514,
rs762551

F/F

Memabonusm KceHobuomuKos.
Mema6onu3sm KogheuHa.

BoifigneH ymepeHHobll
¢akmop pucka PM.
PeeynsapHoe ynompebaeHue
Koghe umeem 3auwjumHeili
agppexm. Mpuem KOK (unu
3T codepxcawyto
acmpoeeHsol) He
HesnamesibHO co4emame C
¢akmopamu,
nossilWaroWumu
akmusHocme CYP1A2 -
KypeHue, ¥apeHas Ha
OMKPbLIMOM 02He Nuua,
UHeubumopsl MPomMoHHol
nomnsl (Makue npenapamel,
Kak omenpason).

CYP1A1

rs4646903

A/A

Memabonusm.

Hopma. AKmusHocme
CYP1A1 He npesbiuuaem
hu3uon02U4eCKUX
nompebHocmell.
(AKmusHOCM®b HUMCE, Yem
npu Hocumesnscmee asnsenA
*2A, medneHHee
06pasosaHuUe KaHUepo2eHos
U3 MPOKAHUepo2eHos).
MenamenbHo nogviwames
nompebneHue
¢umoscmpozeHos
(MpodyKkmei U3 cou, coip
modgy, KpecmousemHeolie)
npu 0aHHOM 2eHomurne OHU
CHUM(QOM PUCK paKa
Mos104HOU Hceneswl y
HEHUWUH.

CYP1B1

rs1056836

G/G

Humoxpom 1B1, yuacmeyem e

memabonausme cmepoudos, HUPHbIX

Kucnom, 17-8 acmpaoduon, MAY.

He sbifignieHo hakmopa
pucka PMM.

PGR

rs1042838

A/A

l'eH KoOupyem 6esnok-peuenmop K
npo2ecmepoHy — 0OHOMY U3 8axcHeliwux
1107108bIX 20pMOHO8. [aHHbIl peuenmop
€853b18A€MCA C MPO2eCMEPOHOM U

ocywecmeansem e2o 3chghekmol

ces3bieasce ¢ [HK e sdpe Knemok,
YyecmeumesbHbIX K Mpo2ecmepoHy.

®akmop pucka paka
3HOomMempusA, AUYHUKA U
MOs104YHOU Hcene3bl (PUCK
ebiwe 8 1,4 paza)
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e

RS

leHo-
mun

dyHKYUA

NHmepnpemayus

BRCA1

N/N

leH paka mosno4Holi #ene3sol 1 (BRCA1)
GhYHKYUOHAbHO rpensmcmeayem
pa3suUMUI0 paka moso4Hol xeenesol. Ha
HacMoAuwul MOMeHM U38ECMHO OKO/0
1500 nonumopgpuzmos BRCA1
Hapywarowux hyHKYUo eeHos U
npuesodawux K passumuto 3a60a1e8aHus.
Y nayueHmoes cnasaHckoli nonyaayuu, a
maki#ce amHu4eckol epynnel espees
awKeHasu Haubosee 4acmo
8bIABAAIOMCA NAMO2EHHbIE 8APUAHMbI
185delAG, T181G, 4153delA, 5382insC 8
2eHe BRCA1 O0HakKo, nonynayuUoHHas
Yacmoma ecmpeyaemocmu OaHHbIX
‘pacnpocmpaHeHHbIx” mymayuli
docmamoyHo HU3Ka (He 6osnee 1%).
CoomeemcmeeHHo, npu
Heobxooumocmu 6osee moYyHo20
2eHemu4ecKoz20 aHanu3a
peKkomeHOyemcs npoeooums MnosaHoe
onpeodeneHue sceli HyKneomuoHol
nocnedosamensHocmu
(cekseHuposaHue) Kooupyrowux
obnacmeli 2eHos BRCAL.

Hopma. He gbisisneHo
¢akmopa pucka PM.

BRCA2

N/N

leH KoOupyem aMUHOKUC/OMHYIO
nocnedosamenbHOCmMb A0epHo20 besKa,
Komopslili yyacmeyem 8 pe2yasyuu
penapayuu (nospexcderHusa) AHK u
PO3MHOMCEHUS KAemokK. B UHMakmHom
(HemymaHmHom) cocmosAHuu 2eH BRCA2
sbicmyrnaem 8 Kayecmae cynpeccopa
onyxonu u obecne4yusaem yesao0cMHOCMb
2eHoma. Mymauyuu 2eHa BRCA2
npusodsam K XpoMoCOMHOU
HecmabusabHOCMU U 3/10Ka4ecmeeHHoU
MPAaHChopPMayuU Kaemok moaoYHol
Heenesbl, AUYHUKOB U Opyaux op2aHo8

Hopma. He gbisisneHo
¢akmopa pucka PM.

CHEK2

N/N

leH CHEK2 kodupyem chepmeHm
YeKnouHm- KUHasy 2, komopas
yyacmeyem 8 KOHMpose KAemo4Ho20
Uukna, 6s10KuUpya Knemku e ¢hase G1 8
omeem Ha nospexcdeHusa AHK, u
sbicmyraem Kak cyrnpeccop
3/10KauyecmeeHHol mpaHcgopmMmayuu
KnemoK. B omeem Ha nospexcdeHus HK
u 6s10KUpoBaHUeE penaukayuu pasgumue
K/1eEMOYHO20 YUKAA
npuocmaHasAu8aemMcs npu NoOMouwu
8030elicmeus Ha YUK/ AUMOHHOU
Kucsiomel.

Hopma. He sbidasneHo
¢akmopa pucka PMM.
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PUCK PAKA LLUTOBUAHOMN YKENE3bl U BOJIE3HW FPEMBCA

WHANBUAYAABHBIE PEKOMEHAALUN

Pe3yAbTAT QHAAU3A HE UCKAIOHAET BEPOATHOCTb PA3BUTUS OYHKLLMOHAABHBIX HAOPYLLEHUH
paGoThbl LLUTOBUAHOM XKEAE3bl, B TOM YUCA€ AQYTOMMMYHHbIX MPOLLECCOB.
MPOKOHCYABTUPYHTECH C BALLUMM A€4ALLLUM BPAYOM.

BonesHb MpeiBca — 3TO ayTOMMMYyHHOe 3aboneBaHMe, MNPU  KOTOPOM MPOUCXOAMUT yBeNUYeHUe
LWMTOBUAHOM ¥ese3bl M aKTUBHAA Ype3amepHas BblpaboTKa rOPMOHOB LMTOBUAHON Kenesbl.

Haunbonee xapakTepHbIMU CUMNTOMaMM AaHHOTO 3a601eBaHUA ABAAIOTCA:
—3Kk3odTanbm (Nyyernasue);
— pe3Koe CHUXKeHWe Maccbl Tena Ha GOHe MOBbILEHHOTO anmneTuTa;
— BbICTPan yTOMAAEMOCTb;
— MOBbILWEHHAA NOT/IMBOCTb, YAaCTOE OLLYyLLEHME XKapa;
— TPEMOp NasbLEB;

— HectabunbHan pabota LIHC (pasaparkmMTesibHOCTb, arpeccus, MAakCMBOCTb, CK/IOHHOCTb K Aenpeccusam);

— aputmMmumAa, Taxmkapaua.

3AKAKOYEHUE

BbiiBA€HbI reHeTu4eckue (PAKTOPbl PUCKA PYHKLUOHAABHBIX HAPYLUEHUH
paGoTbl LLMTOBUAHOM >XeAesdbl. ApyrMe reHeTUYeckue U HereHeTu4eckue
paKTOpPbI MOTYT BAUSTD HO ACHHbIN PUCK.
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Pa3BepHYTbI CNUCOK UCCeA0BaHHbIX FEHETUYECKMX MapKepoB U UX GyHKLMOHANOM NO HanpaBaeHUIo
npepacrasneH B Buae Tabaunubi

len

RS

renomun

DyHKYUA

NUHmepnpemayusa

CTL4

Rs231775

A/G

KoOupyem ummyHozn06ynuH CD152, komopeili
b610KUPYyem akmusayuto T-K1emoK, C853bI8AACH C
peuenmopamu e2o aHmazoHucma (CD28) u
onpedesigem mMoaepaHmMHOCMos UMMYHHOU
cucmemel.

Yeenu4yeH puck
aymoummyHHO20
mupeouduma 8 1,5.

IL4

rs2243250

T/T

LumokuH IL-4 asnaemca ¢pakmopom, uzparouum
BAMCHYIO POsb 8 AKMUBAyUU T-KaAemoK nymém
peayasyuu pada eeHos. [Monumopgpusm e obaacmu
€20 MIPOMOMOoPa MoXem Hapywame HOPMAasabHYIO
JKcnpeccuto 2eHos. Annens T c8A3GH C
M108bIWEHHbLIM CbIBOPOMOYHbLIM YPOBHEM
UMMYH0271006YAUHA E U Opy2ux YumoKuHOoS,
cekpemupyemsix T-knemkamu. Bzaumooelicmeue
aMUX YWUMOKUHO8 CmuMysnupyem ebipabomky
OKcuda azoma u npocmazaaHOUHO8, Ymo MoXem
HenocpedcmeeHHO o8Pexoams Kaemku
wumoguoHoli xceneswl, ycunusas
socnasumesbHble peakyuu U npueoos K
GYHKYUOHAbHBIM HAPYyWEHUAM WumoguoHoUl
yenesbl, 8 MOM Yucae aymouMMYyHHbIM.

lMosbiwieH puck
(hYHKYUOHAMbHbIX
HapyweHul LM

IL4RA

rs1801275

A/A

Monumopguzm 3Ha4umesnbHoO ycuausaem peaxkyuto
peuyenmopa Ha IL-4, yumo npusodum K ysesnudeHuro
npodykyuu IgE. 3mo moxem Hapyuame
pe2ynayuo UMMYHHO20 omeemad U, mem CamMbiM,
u2pame posb 8 namozeHese 6ose3Hu palisca.

MonynAayuoHHeIl
eapuaHm.

TSHR

rs1991517

G/G

Moaumopghusm cesa3aH ¢ usmeHeHuUem
yygecmeaumesaabHOCMU peuenmopa K
mupeomponHomy 2opmoHy (TTT) u accoyuuposaH
CO CHUMCEHHbIMU 3Ha4YeHuUAmu TTT.

MonynayuoHHoIl
eapuaHm.

TNFa

Rs1800629

A/G

®daKkmop Hekpo3a onyxonu-a,
nposocnanumesnsHsili YUMoKUH. MoaumopgHas
3ameHa G-308A npomomopa 2eHa TNFa npugsooum
K ycusaeHuro 8ocnanumesnbHo20 omeema u pucky
mpomboobpazosaHus. lreHomun -308 AA
A6719emcsA (haKmMopom pucKa pazsumus
bpoHxuansbHol acmmsi, 6one3HU KpoHa,
Hecrneyugu4yecKo2o A38eHHO20 KOAUMQa.

YsenuyeH pucK
aymoumMmyHo20
mepuouduma
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KOCMETO/10IrmA

PUCK CHMXEHNA AHTUOKCUOAHTHOM 3ALLUTDI

PUCK CHMXKeHuA aHTMOKCMAaHTHOﬁ 3alWnThbI:

KoadpuumeHT reHeTuueckoro pucka (% noaei ¢ Takum K)

Baw K (14.0%)
MuHUMYM

Makcmmym

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

WHANBUAYAAbHBIE PEKOMEHAALUN

HeobxoaMmo  cobAoAeHHue peKkoMeHAaLUH no npeAynpexXAeHHuto
WHTEHCUBHOIO OOGPA30BAHUA CBOOGOAHBIX PAAUKAAOB U CHUXEHUIO HEraTUBHbIX
NOCA€ACTBMA CBOGOAHOPOAMKAABHOTO OKMUCAEHMUS. AASl CHUXKEHUS CKOPOCTHM
06pa3oBaHMA CBOOOAHbIX PAAMKAAOB E€XEAHEBHO 3ALLMLLAWNTE KOXY OT
COAHEYHOro U3Ay4EeHUs C NOMOLLLbIO KpeMoB ¢ SPF He Huxe 30. Kpome coAHevHoro
U3AyYeHHUs, o6pa3oBaHME CBOGOAHBIX PAAUKAAOB NPOBOLMUPYIOT MHPEKLUOHHbIE
U BOCMOAUTEAbHblE 3aQ60AEBAHMSA, KYPEHUE, KPenkui CGAKOrOAb, XAPEeHas eAq,
CTpPecC, 3HA4YUTeAbHass duU3MHEeCKas HArpyska, KCeHOOMOTUKM (OeH3uH,
BbIXAOMHbIE FA3bl, SMAAU, KPACKU U AQKU U T.A.), HOCTbl€ NOAETbI HO COMOAETE.

UcnoAb3ynuTe Kpembl C QHTUMOKCUMAOQHTOMMU B COCTABE, OCOGEHHO B NEpPUOA
UHCOASALLUMN.

OnucaHue puUcka:

KucnopoaHble pagmkanbl 06pasyloTcA B XOAE €CTeCTBEHHbIX MeTaboaMyeckux npoleccax
opraHusma. 3awmTa KAeTKM OT HUX OCYLLECTBASETCA HECKOJAbKUMM aHTUOKCUAAHTHbIMW depMeHTaMM
(cynepokcuaamcmyTasa, rnyTaTMOH NEPOKCUAA3a) M HU3KOMOJEKYIAPHBIMU aHTUOKCMAAHTaMM (BUTaMUH
C, E, rnytatMoH). MpU CHUMKEHUM aHTUMOKCMAAHTHOM 3aWuUTbl MAU  U36bITOYHOM 06pa3oBaHMM
KMUCMIOPOAHbIX PaZMKanoB BO3HMKAET OKCMAATUBHbLIA cTpecc. HeratmBHoe pAeincTteMe CBOGOAHBIX
pPagMKanoB KUCNOpPOZa MNPOSBASETCA B YCKOPEHWW CTapeHMs OpraHvMama, OCabfeHun UMMYHUTETA,
NPOBOLMPOBAHMM BOCMAJIMTE/IbHBIX MPOLLECCOB B MbILUEYHbIX, COEAMHUTENIbHbIX W APYrUX TKaHSX,
MOBbILLAETCA PUCK MLIeMMYecKor HonesHn cepaua. PepmeHTbl (NepBMYHAA aHTUMOKCUMAAHTHAS 3almTa)
3aHMMatotca "ybopKoi" akTUBHbIX Gopm Kucnopoaa. OHM NpeBpaLLatoT akTUBHbIE GOPMbl KMCAOPOAA B
nepekncb BOLOPOAA M B MEHee arpeccuMBHble PagMKasjbl, a 3aTeM yXKe WX MpeBpallaloT B BOAy M
06bIYHbIN, NOME3HbIN Kucnopod. YTobbl HelTpanM3oBaTb MPOLECCHI OKUCNEHWA, 3aMeaNUTb CTapeHue
OpraHu3ama Mno/siesHO MPUHUMATb BUTAMUHHO-MMHEPA/IbHbIE KOMIMJIEKCbl, obnafatowme MOLLHOM
cbanaHCcMpPoOBaHHOM aHTUOKCUAAHTHOM 3aLLUTOM.

Cynepokcuaancmytasa MnSOD pepmeHT, KoTopblit 06e3BpeRnBaeT akTUBHbIE GOPMbI KMCIOPOAaA,
nepesoAn MX B MEPeKUCb BOAOPOAA, TOXKe He 6e30MmacHylo Ana KAETOK MOJeKyly paboTy aosepluaeT
rNyTaTMOHMNEPOKCMAa3a, KOoTopas MNepeBoamMT Mepekucb B Boady. [na paboTbl rAyTaTMOHMEPOKCHMAA3bI
Heobxoaum cenex.
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3AKAKOYEHUE

B pe3yAbTATE reHeTU4EeCKOro TECTUPOBAHMUSA BbISBAEHA NPEAPACMNOAOXEHHOCTb K
CHUXEHMIO 3P PEKTUBHOCTU AHTUOKCUACHTHOM 3ALLUTHI. BALL reHOTMN COOTBETCTBYET
CHUXXEHHOMY YPOBHIO (PEPMEHTOB, 60PIOLLLUXCH CO CBOBGOAHBIMU PAAUKAAGMU.

Pa3BepHYTbI CNUCOK UCC/Ie[0BaHHbIX FEHETUYECKMX MapKepoB U UX GYHKLMOHANIOM NO HanpaB/IeHUIo

npepacTasneH B BUAe Tabnunubl

ren RS reHomun DyHKYuA Unmepnpemayus

GPX1 rs1050450 | G/A GPX1 - CpedHas ycmoliyugocms K
21ymamuoHnepoKcudasa, Cc80600HbIM PadUKaNam, nossileHa
Kamanusupyem CKOPOCMb CMApPEeHUs KOXU,
80CCMaHoseHue nepoKcuda mpebyemcs eHewHuUl npuem
8000p00da, obpasyou,e2ocs npu | 3auumHsix cpedcms. [1osbiWeHHas
yyacmuu MnSOD, 0o e0o0bl. yygcmeumenbHOCmMu Koxcu K YOO,
GPX1 akmueeH u 8 B8HEeWHUM 8030elicmsusam.
yumonsaasme Ka1emok U 8 HedocmamoyvHoe Kosauuecmao
MUMOXOHOpuUAX. KaK npasusno 8 | BHympu KAemok
PeaKyuax, Kamanusupyemeoix 2/1ymamuoHnepoKcudassl,
GPX1, nepexucs 8000poda npoucxodum HakornaeHue 8Hympu
soccmaHasausaemcs npu K/AemKu KUC/10pOoOHbIX paduKasnos.
OKUCAEeHUU 21ymamuoHa,
Komopeblil 8 ceoto o4epeds
soccmaHasausaemcs
2/1ymamuoHnepoKcudasoli.
GPX1 codepxcum ceneH 8
Kayecmee Koghakmopa.

MnSOD rs4880 G/G MnSOD — mumoxoHOpuanbHas CHUXteHa spoxcdeHHas 3auuma

cynepoKcudoucMmymasd, 00uH
u3 4-x saxcHeliwux ¢pepmeHmos
cucmembl GHMUOKCUOAHMHoOU
3auwumel (SOD, GPX, CAT u
PON). Boicokas pepmeHmHas
akmugHocms MnSOD
obecrnieyusaem 3aujumy
MUMOXOHOpuUli om
OKUC/UMenbHo20 cmpecca.
MnSOD codepxcum mapeaHey, 8
Kayecmee Koghakmopa.

KO}CU 0m paduKasnoe aKMugHbIX
¢opm Kucnopoda, Komopeie
o0bpasyromca npu Y®-obayvyeHuu u
UHgbeKyusx. Boicokuli puck
Moay4YeHus apumemesl U mpasmsl om
Y®-0bnyueHusn. PeakmusHocmo
KOMcU Ha 8030elicmeue 8HeWHUX
¢haKkmopos (Xxumu4ecKux,
MOKCUYecKuUX, (husau4ecKux).
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ren RS reHomun DyHKYuA Unmepnpemayus

CAT rs1001179 | C/T CAT — kamana3sa, 00UH u3 4x FeHomun accoyuuposaH c
saxcHelwux ghpepmeHmMos HakonaeHuem nepoxkcuda 6000poda
cucmembl GHMUOKCUOAHMHOU 8 Knemkax. Anneno T 8 -262
3awumel (SOD, GPX, CAT u rnonoxceHuu 8 npomomope 2eHa CAT
PON). Kamanasa Hapywaem ceA3bl8aAHUE C
Kamanu3supyem MPAHCKPUNUUOHHbLIM (haKkmopom. B
80CCMAHOB/EHUE NepoKcuda pe3ysbmame CHUXaemcs
8000p00a, 0bpasyowezocs npu | MPAHCKPUNUUOHHAA KMUBHOCMb
yyacmuu MnSOD, do 800bl. 2eHa u, coomeemcmaeeHHO, Yypo8eHb
CuHmesupyemcs npakmuyecku | ¢pepmeHma CAT.
80 8cex murnax mKkaHedli.
Haubonee akmusHa Kamanasa
8 apumpouumax u neyeHu. B
Kayecmee Koghakmopa
cooepxcum zem.

NQO1 rs1800566 | G/A NADPH-3a8ucumas CHUXeHa aHMUOKCUOaHMHAA

OdezudpozeHa3a XuHoHa 1

3quuma annene A cHUXcaem
aKmueHocme U cmabusnbHOCMb
NQO1(NQO1 HernocpedcmeeHHO
yoansem cynepoKcud)
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PUCK CHUXKEHUA PYHKLUUUN KONNNATEHOBbIX BO/IOKOH

PUCK CHMXKeHuA d)yHKLI,VIM KO/11areHoOBbIX BOJIOKOH:

KoadPpuumeHT reHeTnueckoro pucka (% nroaen ¢ Takum K)

Baw K (13.0%) 0,8

MuHUMym

Makcumym 2,2

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

WHANBUAYAABHBIE PEKOMEHAALUN

AAS CUHTE3a KOAAAQreHa HeO6XOAMMO AOCTATOYHOEe noTpebAeHue BUTAMMHA C -
NPpU €ero HeAoCTaTKe o6pa3syloTCi MEHee MNPO4YHble KOAAQreHoBbie BOAOKHA. MMpwu
HEAOCTATKE MEAU, BUTAOMUHOB PP, Bé6 HapyLuaeTcs 06pa3oBaHME NonepeyHbiX CLUUBOK
M, CHUKAETCSA NPOYHOCTb U YNPYroCTbh KOAAQr€ HOBbIX BOAOKOH.

CHUHTE3 KOAAQreHa TOPMO3SAT FAIOKOKOPTUKOUADI — FOPMOHbBI, HO3HOYOEMbI€ BPAYOM
B HEKOTOPbIX CAY4QsiX.

C BO3paCTOM CKOPOCTh OGHOBAEHUS KOAAQreHA B OPraHU3ME 3aMEAAIETCH.

OnucaHue pucka:

KonnareHoBble BOJIOKHA 06pa3yoT ynpyrnin Kapkac KOXKW, NpuAaaBas el 31acTMYHOCTb. B KoXke
HenpepbIBHO MAYT NpoLecchbl Aerpagaumm NoBpPeXAeHHOro U CMHTe3a HOBOro KonnareHa. Cyuwiectsyet
HECKO/IbKO OCHOBHbIX MEXaHW3MOB NOBpeXAeHUA KonnareHa. Bo-nepsbix, KOAMareH noBpeXxaaeTca nog
AencTBuem cBob6OAHbIX PaAMKanoB. Bo-BTOPbIX, B K/AeTKax MpPOTEKAeT MHOXeCTBO HebnaronpusaTHbIX
NMpoLeccoB, B pesy/bTaTe KOTOPbIX 0OpasytoTcs NomnepeyHble CLUMBKU MeXAy HUTAMK KoJsinareHa, B
pe3ynbTaTe yTpaumBaeTcs 06bem KoNareHOBOro Kapkaca.

MaTpuuHble meTannonpoTtenHasbl — MMP - depmeHTbl, KOTOpbIe paclenaatoT 6esKM, B YaCTHOCTU
KoANareHbl pasHbix TMNOB. B Hopme MMP pa3pyLuatoT TONbKO NOBpeXAeHHble 6enKn ANna Toro, YTobbl Ux
MeCTO 3aHAN HoBble. HO Npu NOBbILEHHON aKTUBHOCTM 3TUX « ABOPHUKOBY», OHU HAYMHAIOT PaspyLlaTb U
Te HUTW KOJI/IareHa, KoTopble ellle CNOCOOHbI BbINOAHATb CBOK QYHKLMIO, MPU 3TOM CUHTE3 HOBbIX 6e/1KoB
He ycrneBaeT KOMMEeHCUPOBaTb MX NOTEP. ITO NPUBOAUT K 0O6eHEHUIO AePMbl, CHUNKEHUIO COAEpPKaHUA
B Hel KonnareHa.

BanaHc pacnafia u cMHTe3a KonnareHa obecneymBaeT ynpyroctb KOXW. Ons cMHTe3a KonnareHa
Heobxoamm BuTammH C, npu ero geduuuTe YCKOpAETCA NporpeccupoBaHue ApABGAOCTU KOXU U
nosABJIEHNE MOPLLMH.

C BO3pacTOM CKOPOCTb CWMHTE3a KOJI/IareHa 3amegnsetcs, a HebnaronpuaTHble NPOLECChI
Aerpagaumm KonnareHa HaobopoT ycKopstoTcA.

HeKkoTopble nonnmopdHble BapMaHTbl FEHOB CMOCOOCTBYHOT Meg/EHHOMY CUMHTE3y U CKOpOMy
pacnagy KonnareHa.

3AKAKOYEHUE
Bawu reHOTMN cNOCOGCTBYET COXPAHEHUIO HOPMAABHOTO YPOBHSI KOAAQreHd B KOXE.
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Pa3BepHYTbI CNUCOK UCCNeA0BaHHbIX FEHETUUECKMX MapKepoB U UX GyHKLMOHANIOM NO Hanpas/eHUIo
npepacrasneH B Buae Tabaunubi

leH RS FeHotun dyHKUMA UHTepnpeTaumua
COLl1al | rs1800012 | C/C COL1al — Kkodupyem al uyeno benKa Hopma. Annesnob C accoyuuposaH ¢
KonnaeeHa 1 muna. KonnazeH — ocHogHoli | HopmasbHoU aghgpuHHOCMbIO
KOMMoHeHmM coeduHuUmenosHol mKaHu npomomopa eeHa COL1al K
Yes108€ekKa. ¢dakmopy mpaHckpunyuu Sp1.
Obecnevyusaemca HOpMasnbHoOE
coomHoweHuA yenet al u a2
KonnazeHa. Huxce puck
HapyweHUA KonnazeHoso2o
KapKaca Koxu.
MMP1 | rs1799750 | C/del MMP1 — KonnazeHasza 1, MampuKcHas Bbiwe ckopocms 0e2padayuu
memannonpomeuHasa 1. Pepmenm MMP1 | KonnazeHa,
pacuwenasem 6enKU 8 MEHCKIeMO4YHOM npedpacnonoieHHocms K
npocmpaHcmee (konnazensl |, 11, 111, VII, PAHHEMY CMAPEHUIO KOMU.
VI, X, Xl munoe u dpyaue). pynna UHcepyus Hykneomuda C 8
hepmeHmMos mampu4Hsie nosuyuu -1607 8 npomomope
memasnsnonpomeuHassl 8kao4aem 20 eeHa MMP-1 npusodum K
6/1U3KUX 110 AMUHOKUC/A0OMHOU obpazosaHuto calima cesa3bI8aHUSA
nocnedosamesisHocmu besKos, MPAHCKPUNUUOHHbIX (haKmopos
8bIMNOAHAIOWUX PA3/UYHbIE (hYHKYUU 8 cemeticmea ETS, 8 pe3ynomame
hu3u0M02UHECKUX U MAMOA02UYECKUX ysenu4usaemcs
npouyeccax, sKA4as ambpuozeHes, MPAHCKPUNYUOHHAA AKMUBHOCMb
mKaHegoe peMoOesnuposaHue, 2eHd U, coomeemcmeeHHO,
3aMcusneHue paH, socrasaeHue u m.o. yposeHb hepmeHma MMP-1.
MMP-1 npuHumaem yyacmue 8
Odezpadayuu KosnazeHosbIx HUmel 8
npoyecce pemodenuposaHus
IKCMPaUennaapHo20 MampuKca.
MMP3 rs3025058 | 6A/6A MMP3 — konnazeHa3a 3, MOMPUKCHAA bnazonpusamHeili eapuaHm.

memarnsnonpomeuHasa 3. PepmeHnm MMP3
pacuwenasem 6enKu 8 MEHCKIeMO4YHOM
npocmpaHcmee (konnazensi I, 11, 1V, V, VI,
IX, X, XI munose u opyaue). pynna
hepmeHmMos Mampu4Hsie
mMemansaonpomeuHasel ekaoyaem 20
6/1U3KUX 10 AMUHOKUC/A0MHOU
nocnedosamesibHocmu beskos,
8bIMOSTHAIOUUX PA3AUYHbIE (PYHKUUU 8
hu3uoM02U4ECKUX U MaMO02U4ecKUX
npoueccax, 8kn0Yasa smbpuozeHes,
MmKaHesoe pemooenuposaHue,
3axcusaeHUe paH, eocrnaneHue u m.o.
Momumo deepadayuu KonnazeHa, MMP-3
crnocobHa akmusuposams opyaue
hepmeHmMobl Oe2padayuu MampuKca, 8
mom yucse dpyaue MampuKcHsle
MemansaonpomeuHassl.

Mpomomop, codepxcaujuli
nocnedosamenbHOCMb U3 6
a0eHo3UHOo8 8 rnonoxceHuu -1171
MeHee aKMUuBHbll, Yem
cooepycawjuli 5 adeHo3uHos.
Husce yposeHb hepmeHma
MMP3, Huxce cKopocmo
dezpadayuu benkos
B8HEK/emo4YH020 MampuKca.
Huxce puck paHHe20 cmapeHuAa
KOXU.
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NPEAPACMNONOMEHHOCTb K AKHE

FeHeTUYecKn 0byCNOBAEHHbIW PUCK aKHE:

KoadPpuumeHT reHeTuueckoro pucka (% ntoaen ¢ Takum K)

Baw K (30.0%) 1,4

MuHUMYM

MaKkcumym

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

OnucaHue pucka:

AKHe unun yrpesas CbifNb — 3TO BOCMAJIeHNE CaJibHbIX eJie3, PacrnoIoXKeHHbIX B Koxe. bnarogapsa
OYHKLMOHMPOBAHUIO Ca/lbHbIX Kenes3, KoKa Bceraa OCTaeTcA YBAAXKHEHHOW, CEeKpeT CasibHbIX »Kenes
3alUMLLAET ee OT BO3AENCTBUA BHELIHEW cpeabl. HO MHOrga B 3TOM cucTeme npomcxoamT c6oi. MpoToku
Ca/IbHbIX Kesie3 3aKynopuBalTCA OTMEPLMMM KNETKaMW, Kefe3a BOCMNAfAeTcaA W nosasasetca
60/1€e3HEHHDbI MPbILL, KOTOPbLIA elwe M NOPTUT BHEWHUM BMA. YrpeBas cbiNb BCTpeyatotca y 60-80%
MONOAbIX NOAEN U OEeBYLWEK, 8 MHOTAA U Yy B3POCAbIX AtoAel. Hale Bcero akHe nosBAAETCA Ha NMLE,
rPy4am U CivHe - TaM, T4e MHOTO CafibHbIX Kenes3 U nopbl Haubonee WMpoKKe. Yrpesas Cbifb NPUHOCUT
HEMAJI0 NepeXKMBaHMUI NO NOBOAY CBOEWN BHELUHOCTM Nt04AM loboro nona u Bospacta.

B BO3HMKHOBEHWWM aKHe 6O/bLIYID POJIb UrPAOT reHeTUYeckMe OoCOBEeHHOCTM, HapyleHuA B
3HAOKPUHHOW (0byCnOoBAEHHble [AENCTBMEM TECTOCTEPOHA) M MMMYHHOW cucTemax, WHbeKuun,
nuLLeBapuUTe/IbHblE U HEPBHO-NMCUXMYECKME pPaCcCTPOMCTBa. llepeyncneHHble HapyleHWa NpUBOAAT K
NOBbILIEHMIO CEKPeLMU CalibHbIX XKefe3, U yTOoJ/leHMe MOBEPXHOCTHOTO POroBOro C/10A BOJIOCAHbIX
donnvkynos (oNAMKYAAPHLIA TMNEepKepaTos) YTo Co34aeT MPenATcTBME A/ OTTOKA CeKpeTa CaslbHbIX
enes, n cybctpaT oA pasMHOXKeHUs BaKkTepuin, BOCNaseHUe U Kak CefcTBMEe BHELLIHWE MPOoABAEHUA:
noKpacHeHue u HabyxaHue.

TecToCcTepoH U akHe.

OfHa w3 caMblX pPacnpOCTPaHEHHbIX MPUYMH YrpeBOn CbiMM B MOAPOCTKOBOM Mepuoae -
rOpMOHa/ibHasA NepecTpoiKka opraHmama. AKTUBHbIN BbIOPOC CTEPOUAHbLIX FTOPMOHOB, B OCOOGEHHOCTU
AHAPOrEHOB - MYMCKMUX MOJIOBbIX TOPMOHOB, U Y AEBYLUEK, U Y FOHOLIEN BbI3bIBAET YCUIEHHYIO CEKPELMIO
CaJIbHbIX XKenes.

Ocob6eHHOCTN TOPMOHANbHOTO GOHA M KOMKHbIX Peakuuit MOryT nepefaBaTbCs MO Hac/NeACTBY.
MosTomy BEpPOATHOCTb BO3HWMKHOBEHWA MOAPOCTKOBBIX Yrper y MONOAbIX Ntogei, poauTens KoTopbix
CTpaZann aKkHe, ropaszo Bbllle, YeM Y UX CBEPCTHUKOB C HEOTATOLLEHHOM HAcNeACTBEHHOCTLHO.

CocTosiHMe TMMNepaHApPOreHnn (M30bITKA MYMKCKMX MOJIOBbIX FOPMOHOB - aAHAPOreHOB) 4acTo
COMpPOBOXAAETCA MOABNEHMEM aKHE, U UMEET reHeTUYECKME NPUYMHBI.

3AKAIOYEHUE
BbisBAEHO YMEpPEeHHAs reHeTU4ecKas NPeApPacnOAOXEHHOCTb K aKHe.
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PHYTbIA CNMCOK UCCNEA0BaHHBIX FeHETUYECKMX MapKepoBs U MX GpYHKLMOHANIOM MO HanpaBAeHUIo
NCTaB/eH B BuAe Tabnunupbl

leH RS FeHoTUN DyHKUMA UHTepnpeTauyusa

R(CAG)n <22R/<22R | Peyenmop K aHOpozeHam, | ®akmop pucka akHe. @akmop puc
obycnasnusaem aghpekmel | 2unepaHopo2eHuU 30 cHem . R
aHOpo2eHos. nosbiweHHoU akmusHocmu - .

peuenmopa, daxce npu HOPManbHOM
ypoBHe aHOPO2eHO8. o |




NMPUNOMXKEHUE Ne 1

Ha cerogHAWHWM AOeHb [OKa3aHa 3aBUCMMOCTb Mexay noAMmopdusMamm B reHax CUCTEMbI
AEeTOKCUKaLMM U MeTaboIM3MOM PasINUHbIX IeKapCcTBEHHbIX NpenapaTtos. CieayeT yBeAOMUTb 1eUalllero
Bpaya NPy HasHa4YeHUW Cnedyolmx MedMKaMeHTO3HbIX cpeacTs (C uenbio nogbopa UHAMBUAYA/bHOW
[03POBKMN U CXeMbI NpUeMa npenaparta B COOTBETCTBUM C BalMM reHOTMNOM):

- cepAeyHble rMKo3nabl, 610KaTOpbl MeaNeHHbIX Ka/ibLMeBbIX KaHa/I0B, MaKpoAuabl, UMTOCTAaTUKM
(MDR1- obycnoBneHHble npenaparbl).

Mpwn aHanuse reHoB anKkoronbgernaporeHassl (ADH1B) u anbagernaaerngporeHasbl (ALDH2) BbisBneH

reHotun A/A no reHy ADH1B, o6ycnasanBalowmin 3HaYMMOE CHUMKEHNE YPOBHA U CKOPOCTM MeTaboansma
anKkorons.

KnnHunyeckue ypoBHM aHHOTaUMM AOKA3aTeNbCTB

o Level 1a
CPIC guideline or known } high
clinical implementation * Level 1b
Level 2a <
o moderate
variant in PharmGKB VIP » Level 2b g
0
™
Level 3 low
Level 4 preliminary

B MHTepnpeTaumu NpUCyTCTBYIOT CBEAEHbA UMEIOLLMEC Ha MOMEHT €€ BbINOJIHEHMA B HayuHbIX 6a3ax
[JaHHbIX:
http://www.pharmgkb.org, http://www.ncbi.nlm.nih.gov .

B cnyyae npoBeaeHUs AafbHENWUX UCCAeA0BaHWUIA MOTYT MOABUTLCS AOMOJHEHUA U YTOUYHEHMA, a
TaKXe uHPopmauua no papmaKkoreHeTUKe APYrMX JIeKapCTBEHHbIX CPeaCTB.

AHHOTaUMKM NpPeAacTaBAAOT cObON KpaTKoe pestome PeKoMeHAAUMM Mo A03MPOBAHUIO HAa OCHOBE
reHotuna. Ml ocHOBaHbI Ha PEKOMEHAALUAX:

CPIC — KoHCOopUMyM No MHTEpNpeTaLnn KAMHUYECKOW papMaKoreHeTUKH,

DPWG KoponeBckaa rosnnaHAckaa accoumaums passutua  dapmaumm — paboyas rpynna
bapmaKkoreHeTUKH,

CPNDS KaHaackasa ¢dapmakoreHeTMyeckas ceTb 6e30nacHOCTM IeKapPCTBEHHbIX CPEeACTB.
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Cnucok dHTUArperaHToB U aHTUKOAry/siaHTOB

reHomun

ACIMNPUH
YposeHb
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 /T Level 3 CHUMEHa 3¢hdheKMUBHOCMb ACMUPUHA 8 KaYecmae aHMUKoa2yaaHmd.
ITGB3 Rs5918 /T Level 3 CmaHOAapmHasa aghheKkmusHOCMU ACrUPUHA 8 KaYecmee
aHMUuUKoa2ynaHma
K/IOMUAATPET
lreH RS reHomun YposeHb UHmepnpemayua
doKkazamesnbHoCcMU
CYP2C19 Rs12248560 C/T (*1/*1) Level 2B MosbiweHa aghhekmusHoCMb Kaonudazpen
CYP2C19 Rs424485 G/G (*1/*1) Level 1
CYP2C19 Rs4986893 G/G (*1/*1) Level 1
[PACYPTEJ1
ren RS FeHomun YposeHb UHmepnpemayua
dokazamesnsbHocmMu
CYP2C19 Rs12248560 C/T (*1/*1) Level 3 TMoHuUMceHHbIl puck KpogomeveHus
CYP2C19 Rs424485 G/G (*1/*1) Level 3 Habadaemcs 6onee HU3KULI ypo8eHb 8bICOKOU peakmusHocmu
mpomboyumos npu ae4yeHuu 8 mevyeHuu 1 mecaya.
BAPOAPUH
rex RS reHomun YposeHb UHmepnpemayua
doKkazamesnbHoCcMU
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 60onee HusKue 003UposKu
[lns TOYHOTro pacyeT J03UPOBKM BapdaprHa BOCMOAb3YTECh Nporpammoit: http://warfarindosing.org
Cnucok HIMBC

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

reHomun YposeHb
dokaszamensHocMu
CYP2C9 Rs1057910 C/A (*1/*3) Level 1A
CYP2C9 Rs1799853 C/C(*1/*1) Level 1A

MosbliweH pucK H(es1yO04HO-KUWEYHBIX
PexkomeHAytomcs MoHUMceHHble A03UPOBKU.

KposomeyeHud.

Cnucok rpynn aHTUrmnepTeH3nBHbLIX NpenapaTtos

B-adpeHob0kamopel: buconpososa, Memonpososa, ameHos0s, 6emakcososn, Kapeedusos, Hebusasos, MPonpPaHooa

reH RS reHomun YposeHb UHmepnpemayua
‘ dokazamesnbHocMuU
ADRB2 Rs1042713 G/A Level 2B CmaHOapmHbIl omeem Ha mepanuto
ADRB2 Rs1042714 c/G Level 2B CmaHOapmHbIl omeem Ha mepanuro
Memonponon

CYP2D6 Rs3892097 C/T (*1/*1) Level 2A CmaHOapmHsie A03UpPOoBKU.
CYP2D6 Rs35742686 T/T (*1/*1) Level 2A

AmeHonon
ADRB2 Rs1042714 | c/G | Level 3 | YmepeHo noHuMceHHbIl puck 2unepmpuzauyepudemuu

Kapeedusnon
CYP2D6 Rs3892097 C/T(*1/*1) Level 3 CmaHOapmHbie A03UpPOoBKU.
CYP2D6 Rs35742686 T/T (*1/*1) Level 3

UHaubumopsi AT1®: Kanmonpus, SHaAanpus, go3uHONPUs, MOIKCUNPUI, NepuHAonpus, K8AHONpuUn
reH RS reHomun YposeHb WUHmepnpemayusa
‘ dokazamesnbHoCcMU

CYP2D6 Rs3892097 C/T (*1/*1) Level 2 CmaHdapmHbili omeem Ha mepanuro
CYP2D6 Rs35742686 T/T (*1/*1) Level 2

Kanmonpun
ACE Rs4646994 W | Level 2A | Cmarndapmnbiii omeem Ha mepanuto

SHananpun
ADRB2 Rs1042714 c/G Level 3 [ns nayueHmos c aunepmpodueli neso2o xenydo4yka mepanus

moxcem umems pezynemam 6osnee 60sbwez0 % CHUXeHUA UHOeKca
1188020 HenyOouKa.
lMepuHdonpun

ACE | Rs4646994 | I/l | Level 3 | CmaHdapmHbIli omeem Ha mepanuro

KeaHonpun
ACE | Rs4646994 [ 1 | Level3 | Cmarndapmuebiii omeem Ha mepanuto

[na moakcenpuaa HeT reHeTUYECKUX NPeSUKTOPOB
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bnoKkamopbl peyenmopos aH2UOMeH3UHA: 8as16COPMAH, u6epcapmaH, /71aCOpMaAH, KaHdecapmaH, mesimucapmad, anpocapmaH

ren RS reHomun ‘ YposeHob UHmepnpemayua
dokazamesnsbHocMu

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

CYP2C9 Rs1799853 C/C(*1/*1) Level 1A NOBbILEH He 3HAYUTENbHO
CybcTpatamm CYP2C9 ABNAOTCA KaHgecapTaH, Jlo3apTaH,
TenmucaptaH, MpbecapTaH; Npu HOCUTENLCTBE MEeAJIEHHbIX annenen
[AHHOIO reHa UX KAMpeHc MoXKeT 3ameanatbca. He metabonusupyerca
CYP2C9 BanbcapTaH, dnpocapTaH;

ACE Rs4646994 I/l Level 3 CmaHOapmHbIl omeem Ha mepanuro

[ina 8anbcopmaHa, aMpocapmaHa 2eHemu4eckux npedukmopoe Hem.

CnNUCOK aHTUAEeNpPecCcaHToB

AHmMuodenpeccaHmoi:

CenekmugHsle uH2ubuUpopsl 06aMHO20 3aX8aMA CEPOMOHUHA: YUMAAONPAM, 3CUUMAnonpPam, ¢ay8oKCaAMUH, ayoKCUMUH, , TAPOKCEMUH
CenekmugHsle uH2ubuUMopsl 06pamMHo20 3axeama HOPAOPEHANUHA U CePOMOHUHA: 8eHAAMAKCUH
HopadpeHepauyeckue u cneyuguyeckue aHMuUOenpeccaHmel: MUpmasanux

ren RS FeHomun YposeHob UHmepnpemayua
doKasameneHoCcMu

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

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

Humonanpam
CYP2C19 Rs12248560 C/T (*1/*1) Level 1 CmaHOapmHeili omeem Ha mepanuto
CYP2C19 Rs424485 G/G (*1/*1) Level 1
CYP2C19 Rs4986893 G/G (*1/*1) Level 1
HTR2A rs7997012 G/G Level 2A CHUXeHHbIl omeem Ha nie4eHue yumasnornpamom

Ayumanonpam*(cm.npumedarve)

CYP2C19 Rs12248560 C/T (*1/*1) Level 1 CmaHOapmHbIl omeem Ha mepanuto
CYP2C19 Rs424485 G/G (*1/*1) Level 1
CYP2C19 Rs4986893 G/G (*1/*1) Level 1

hny8oKcamuH
CYP2D6 Rs3892097 C/T (*1/*) Level 1 CmaHdapmHbili omeem Ha mepanuwo
CYP2D6 Rs35742686 T/T (*1/%1) Level 1

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

Cnu1CoK HeliponenTUKoB

Heliponenmuku: pecriupudoH, Xa10pnpoma3suH, TpudayonepasuH, aydeHasuH, ranonepmaon, KNo3anuH, KBETUanuH, apununpason,
UHmepnpemayua

reHomun

YposeHob
dokazamenbHocmu

PecriupudoH
CYP2D6 Rs3892097 C/T (*1/*1) Level 2A CmaHdapmHbili omeem Ha mepanuo
CYP2D6 Rs35742686 T/T (*1/*1) Level 2A
ANKK1 Rs1800497 A/A Level 2B rnosbiweHHsIl puck MoboYHbIx 3¢hdheKkmos, 8KaYan
2UneprnponakKmMuHeMuro U yeenuvyeHue 8ecd, Ho CHUXAemca pucK
no30Hel OUCKUHEe3UU rpu Ae4eHuU aHMUNCcUXomu4yecKkumu
npenapamamu
ranonepuaon
CYP2D6 Rs3892097 C/T(*1/*1) Level 2A CmaHOapmHsbIl omeem Ha mepanuro
CYP2D6 Rs35742686 T/T (*1/*1) Level 2A
COMT rs4680 G/G Level 3 MOHUMCEeHHbIU PUCK passumus 3KCMpanupamuoOHbIX CUMITMOMO8 Mpu.
s1e4eHuU 2as10M1epudos1om
KN03anuH
A/A Level 2B rnogblweHHbIU puck Mo6oYHbIX agppekmos, 8K/0YaA
2UNeprnpoNakmMuHeMur0 U ysesudyeHUe B8ecd, HO CHUMAemcs pPuck
no3oHeli  OuCKUHe3uu  npu  aeYeHUU  AHMUMCUXOMUYECKUMU
ANKK1/DRD2 rs1800497 npenapamamu
apununpason
CYP2D6 Rs3892097 C/T(*1/*1) Level 2A CmaHOapmHsbIl omeem Ha mepanuto.
CYP2D6 Rs35742686 T/T (*1/%1) Level 2A
0/1aH3anuH
GG Level 2B rnogblweHHbIl PUCK no60YHbIX aghgekmos, 8K/M0OYAA
2UnNeprnponakmMuHeMur0 U y8esnuyeHUe B8ecd, HO CHUMAemcs pPUucK
no3oHeli  OuCKUHe3uu  npu  aeYeHUU  QHMUMCUXOMUYECKUMU
ANKK1, DRD2 rs1800497 npenapamamu
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Cnucok NPOTUBOCYAOPOXHDbIX NpenapaTtos

I'Ipomueocydopo;fmb/e: d)eHUmOUH, KGp6GMCI3eI7UH, K/10Ha3ernam, easbripoesas Kucsioma, sesupauemam

reHomun YposeHob UHmepnpemayua
doKasamesneHoCcMu
DeHUTOUH
CYP2C9 rs1799853 C/A (*1/*3) Level 1A MosbiweH puck nobo4Hbix delicmauli
CYP2C9 rs1057910 C/E &) Level 1A
KapbamasenuH
EPHX1 Rs2234922 A/A Level 2B PeKomeHO08aHbI MOHUM(EHHbIe A03UPOBKU
EPHX1 Rs1051740 T/T Level 2B MoHuxeHHbIl memabonuzm, mpebyromca 6onee HU3Kue 003UPOBKU
KnoHazenam
NAT2 *4,*5,%6,*7 *1/%2 Level 2A MedneHHblli  «auemunamop»  MoselWeH PUCK  HexenamesnbHbIX
f1eKapcmeeHHbIX peakyul

Cnu1cok npenapaTtoB meTabonusylowmiica yepes cuctemy NAT2

CKkopocmb
lpenapam ayemunuposaHus KnuHuyeckue nposeneHusa

Baw pe3ynbmam
U3oHua3ud NAT2*1/*2 e b0/bWasA CKAOHHOCMb K Pa3sUMUI0 rnepugepuvyecKux Heepumos npu cmaHAapmHom 003UposaHuU

CHuxceHa e 50sbWasA CKAOHHOCMb K MO60YHLIM 3GhheKmam npomueocydopoXHO20 npenapama heHUmouHa npu

YMepeHHo COBMECMHOM fpuMeHeHUU

®  BbICOKAA 8epOSsMHOCMb M08bIWEHUS YPOBHA bUAUPYbUHA U MPAHCAMUHA3 8 Na3Me Kposu npu
COBMECMHOM MPUMEHEHUU € pUGamnuyuHom
ludpanasuH (anpeccuH) dakmop pucKa noseneHus aHMuA0epHsbIX aHMumes U 80aA4aHOYHO20 CUHOPOMA
SASP (memaboaum HeckonbKo b6onee sbiparceHHbIl aghghekm rpu sevyeHuu peemamoudHelx apmpumos. Yawe pazeusaromcs
cynbghonupuduHa) M060YHbIE PeaKyuu, 2eMamosi02udecKue U 2aCmpouHMeCcmuUHasbHbIe.
DDS (daricoH) bonbwe eemamosozuyeckux noboYHsIx 3¢hghekmos
lpokauHamud boAbWas CKAOHHOCMb K PA38UMUIO UU PAHHEMY M0AB/AEHUI0 8014AHOYHO20 CUHOPOMA
leH AKTUBHOCTb Mpenapatbl P
O ENE penap ekomeHaaunm
GSTM1 Rs4880 Chucen
Del/del
CHUMCeHUe CKopocmu 8bl8edeHUs HEKOMOPbIX XUMUYECKUX
MonynayuoHHbIl
GSTT1 yaAu 3
o sapuaHm Mpenapamol ogbliweH pucK 2emamomoKcu4HOCMu, HelpomoKcu4HOCMu
xumuomepanuu npu npueme neKaPCmMeeHHbIX cpedcms.

GSTP1 Rs947894 CHuMceH AHmuGuomuKu PekomMeHOOBAHA COMyMcMayowas mepanus no yayquweHuro

G/A

GSTP1 Rs1138272
c/c

MonynayuoHHbIl
sapuaHm

cucmemel demoxcumuuu
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NMPUNOKEHUE Ne 2

OBLUME PEKOMEHOALIMX MO ONTUMUSAL NN PALLUOHA:

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 Msco MAn NTULA A0MKHbI NPUroTaBAMBATLCA TaKUM 06pa3om, YTOObl OHM He HaXxoAWAUCH MPU 3TOM B XKUPe
(*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 uam maprapuMH MoryT 6biTb B36UTbI C X0/I04HON BOAOWM 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 um3beratb HEMONOYHbIX 3aMeHUTeNei B3BUTbIX CAMBOK, TaK KaK OHM 00bIYHO 60ratbl HacCbILLEHHbIMW
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, copepawme 60NbLLIOE KOMMYECTBO KMUPA U XONECTEPMHA A0/KHbI ObiITb HEGONBWNMK, B TO
BPeMsA Kak pasmepbl NOpLMit oBowwEen, GPYKTOB U APYTMX MaANOKUPHbIX NPOAYKTOB — YBEANYEHHbIMM.

e lcnonb3oBaHuWe NPOAYKTOB, 6OraTbiXx XONECTEPUHOM, TAKUX KaK ALA U BHYTPEHHME OPraHbl 3KUBOTHbIX (MeYeHb,
MOYKM, MO3MM), OrpaHMYeHo. B Hedento pekomeHAyeTcs cbefaTb He 6osee 2 ANYHbIX KENTKOB, BK/OYas Te,
KOTOpble MCMO/Ib30BaHbl MPU BbiNeYyKe. Benku AuL, He coAep)KaT HUKAKOTO XONeCcTepuHa, M OHW MOryT
notpebnaTbea yalle.

e PerynapHble 3aHATUA GU3MUYECKUMU YMNPANKHEHUAMM MOMOFAOT KOHTPOMPOBATb Maccy Tesfa WM MOBbILWAOT
YPOBEHb IMMOMNPOTENA,0B BbICOKOM MIOTHOCTU B KPOBM.

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

e PeKomMeHA0BaHO NpoBeAeHME Pa3rpy30UHbIX AHEN.

e KMBOTHbIN KNP, COAEPMHALMNCA B MOJIOKE U Cbipe, COAEPKMUT BObLUE HACBILLEHHbIX }KMUPOB, YBENNUYMBAOLMNX
YPOBEHb XONEeCcTepuHa B MasmMe, YeM KMPbl B KpacHOM msAce M ntuue. CneposaTtenbHO, HeobxoAumo
MCMo/Ib30BaTb 06e3)KMpeHHoe uan 1% MOJIOKO, Cbipbl, MPUTOTOB/IEHHbIE U3 0BE3KMPEHHOro MoJIoKa. [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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OXKEHUE Ne 3

rmburopobi 1 ¢pasbi:
® 3/IMMMHALMA U OrpaHUYEeHne NOCTyNNeHUA TOKCUHOB

®  KYPKYMUH
CUMMaPUH
rpenndpyt
OCTpbIV Nepey,
NYK
O/INBKM
KBEPLETUH
BMTamMMHbI rpynnbl B (B, B2, B3, Bs), XonuH
MarHum, UUHK, ceneH

HAYKTOPbI 2 pasbl:
I-3-C
KYPKYMWH
AHTUOKCUAAHTBI
anbda-nMnoesas KMCA0Ta
FNYTOKCUM
AUL,
aMMUHOKUCNOTbI
MCM, MeTUOoHUH
donmnesan KNCNOTa, BUTaMUHbI rpynnbl B
renaTtonpoTeKkTopbI
3N11arMHOBAs KMCA0Ta*(MannHa, NecHas 3eMAsSHMKA, MOPOLLKA, EXXEBUKA, KNIOKBA, FPaHaT)
PO3MapWH
apPTULLOK
CUIMMApPUH
60p, NMTNIN, MONNBAEH, LMHK (KodaKTopbl)

>UPYHKLMOHANIbHbIE MOAYNATOPbI:
®  KYPKYMUH
® CUIMMapPUH
® BUTaMMHbI rpynnbl B
® 3/11arMHOBAnA KUCOTA




NMPUNOXKEHUE Ne 4

MpumepHoe meHIo*:

[EHb 1

3aBTpakK

MonaHuK

[EHDb 2

3aBTpakK

MongHuK

Omnet u3 2 AnL, C MOJIOKOM
nnomumnaopamu

CoHOoBMY € aBOKago M
OPYrMmmn oBoLamMu

CTakaH 3eneHoro 4yas

Omnet c MOJIOKOM 7
nomumagopamu — A, Bs, Bo, B1y, E,
D

CaHABWUY C aBOKAAo M 0BOLLLAMM
—Be, E, KnetuatKa

3eneHblii Yalh — aHTMOKCUAAHTbI

Mo paHHOMY reHoTUNY WHAMBWAYA/NbHAA
HopMa notpebaeHua sutamnHos B9, B12,
E Bbiwe Ha 30-50% HopMmbI

Alua — He 6onble 6 WTYK B HeZeno no
06LMM pekomeHaaumaAm

KanyctHbi cyn c
KapTodenem 1 cMeTaHoM

YeyeBnyHasn
3e/eHblo

Kalla C

KanycTHbii
KnetyaTKa

cyn — By, B,

YeyeBUYHaA Kawa C 3eneHblo —
B6, kneTyaTKa

Mcnonb3yinte  pasHble 6060Bble  KaK
WCTOYHUK  pacTuTenbHoro 6enka U
KNeT4yaTKn

B KayecTBe WMCTOYHMKA BUTaMWHA Bz —
[06aBNANTE CMETaHy AN CIMBKK

Heckonbko GppyKTOB (Ha BaLl
BKYC)

PpyKTbI - K/eTyaTKa,
MUHepanbl, aHTUOKCUAAHTbI

Ucnonbsyite nobumble

dpyKTHI

Ce30HHble

Canart n3 KUTaNCKOM
KanycTbl, 3e/IeHN U ApYyrux
OBOWENA C  OJIMBKOBbIM

Macnaom

Canat — Be, Bo, KnetyatKa,
MWHepanbl, BUTaMUH E

YepeayiTe pasHble Macia X0J04HOMo
oTXMMa

CaHABWY C OpeX0BOW NacTomn
n pyKTamm

3eneHblt Yam

C3HABMY C OpEexoBOI MacTol wu
bpykTamm  — Bo, KNeTyaTKa,
MWHepanbl

Yait - aHTUOKCUAAHTDI

Mo paHHOMY reHoTMNy MHAUBWAYa/IbHAA
HopMa noTpebneHns BuTammHoB Bo, Biz, E
Bblwe Ha 30-50% HopMbl.

PerynapHo nob6aBnsitTe TakMe opexu, Kak
MWUHAANb, FPeuknin u dyHayk (ecnm Het
anneprum)

KopunuHesblit puc C
TyLWeHbIMM OBOLLLaMM

TbIKBEHHbIW cyn-ntope

Kopu4HeBbIi pyC C OBOLLLAMM -
KAeTyaTKa, BUTaMMUHbI rpynnbl
B

TbIKBEHHbIN cyn-niope -
KNeT4yaTKa, MMHepanbl, Be

MoskeTe MCNoNb30BaTb Apyrve  BUAbl
puca, 3aMeHWTb Ha FpeYyky Wau apyrue
Kpynbl

YawKa arog (ntobmmble no
BKYyCY)

Aroapl - aHTMOKCUAAHTSI,
MuHepanbl, Gonmesas KMcaoTa

PerynspHo cbepaitte pasHble Aroabl Kak
WCTOYHMK MMUHEPANoB M aHTUMOKCMAAHTOB
(Hanpumep: ManuHa, YepHUKa, KNyBHUKa

n apyrue)

OTBapeHHble BpPOKKOAN U
uBeTHaA Kanycra

BpOKKOAM M LBETHAA KanycTa —
KneT4yaTKa, MMHepansbl, B

MHorpa uvcnonb3yiiTe B paumoHe 6pok-
KO/MIM U UBETHYIO KanycTy KaK MCTOYHMK
KNETYATKWU 1 BUTAMUHOB rpynnbl B
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[EHb 3

3aBTpakK

MongHuK

[EHb 4

3aBTpakK

MongHuK

JNlbHAHaA Kalwa c TepTbiMu
Abnokamu n Kopuuen

HanuTok u3 uukopua

J1éH — BUTaMmHbI Bg, omera-3, E

Abnokn — donvesasa Kucnota
(Bo)

Mo pgaHHOMY reHoTMny WMHAMBWUAYaA/bHaA
HopMa noTpebneHns BuTaMmmnHoB Bo, B1z, E
Bbiwe Ha 30-50%

PerynapHo penainte
(boraTblit UCTOUHMK B, E)

NIbHAHYIO  Kaly

Cyn-pacconbHUK c
nep/IoBKOM

YeyeBnuHasn
3e/iIeHbto

Kalla C

Cyn pacconbHUK - KNetyaTKa,
MUHepansl

YeyeBnYHaA Kalla C 3eN1eHbto —
A, Bs, Bo

MOHO MCNoNb30BaTb pa3Hble BUAbBI puUca
1 pasHble BUAbl 6060BbIX

B osowHoOi cyn pobasnavte ntobble
nobumble oBOWM Ha BbIGOP M Takxe
3e/ieHb

Habop ¢pykToB (Nt0bbIX Ha
Bbl6OP)

PpyKTbl -
MArkaa KietyaTka,
KucnoTa (Bs)

AHTUOKCUAAHTbI,
donnesan

Mcnonb3yitte pasHble Buabl  GPYKTOB,
KOTOpble Bam HO/bLUE BCEro MAYT NO BKyCY
M KenaHuw, UmenTe  NOCTOAHHOE
pa3Hoobpasue.

[peyecknit canat c cbipom
¢deTa u 3eneHbo

lpeyeckuit canat — A, Bs, B,
KneTyaTka

MoxeTte uncnonb3oBaTb
cblpa noA 3ToT canaT

pa3Hble BUAbI

OBcsiHasA Kalla Ha MOJIOKe C
CeEMeHaMM KyHXKyTa u
cyxodpyKTOB

OBcsAHan Kawa — Bg, B1y, E

Mo AaHHOMY reHoTMny WHAMBUAYasbHasA
HopMa noTpebneHuns BuTaMmnHoB Bg, B1y, E
Bbiwe Ha 30-50%

[Lenaiite pasHble LE/bHO3EPHOBbIE Kalluu
(MOXHO TaK»e Ha pacTUTe/IbHbIX aHanorax
MOJIOKa)

Puc 6acmatM c oTBapHOM

Puc 6acmaTy ¢ Kypuuei — By,

CBeKNa - OYeHb BaXKHbIM MNPOAYKT AnA

Kypuuen 6enokK, KneTtyaTtka 3popoBbsA  (perynsapHo pobasnaiTe B
N CBeKO/IbHbIM canart - KNetyaTka, | pauMoH B TepTOM UK OTBapHOM BUAE)

CBEKOJIbHbIN canat C

MUHepanbl,
YECHOKOM

NO/IMHEHACbILLEHHbIE XUPHbIe
NoACO/IHEYHbIMU

KWUCNOTbl, B
cemeykamm
lopctb opexos (Fpeukuin | Opexm 6oraTbl donuneson | PasHble BuAbI OpexoB -  GUCTALLKM,
opex, byHAYK, apaxuc) Kucnotol (Bg), BUTammHom E OYHAYK,  MWHAANb, TPEUKUMA  opex,

KenpoBblli Opex U Tak Janee

Nlenewkn ¢ cbipom U1 | JlenewkKun c cbipom U 3eneHbto — | MHoraa  banyite cebs  nogobHbiMM
3eeHblo BUTaMMHbI A, Bs, By, B2, E 6nogamm
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[EHb 5

3aBTpakK

MongHuK

[IEHb 6

3aBTpakK

MongHuK

Omner wmn3 2 aAuy cC
MO/IOKOM U1 3e/1eHbIO

Heckonbko oBOLEN
(orypupl 1 nommaopbl)

Omner — BuTamuHbl Be, B12, D,
omera-3, E

Osouwy — donunesas Kucnota (B9)

Mo AaHHOMY reHOTMNYy WHAMBUAYasbHasA
HopMa noTpebneHna BuTamnHoB B, Bi2 E
Bbiwe Ha 30-50%

filua — xopowwui nNpPoAyKT nog Baw
reHoTun, Ho He bonee 6 WTYK B Heaento

NlobMo  Mo-rpysmMHCKM ¢
rPeuLKnm opexom

JlykoBbIl
(morkHO
HEMHOrO C/INBOK)

Kpem-cyn
£06aBUTb

Nobwuo NO-rPy3nHCKK -
BUTaMWHbI rpynnbl B, omera-3
YKUPHbIE KUCOTbI

JlykoBbIit Kpem-cyn — A, Bs, B12

PerynsapHo pobasnaiTe
60608ble B paumoH

pa3/indyHblIE

OBouwHon canaTt TpebyeT pa3Hoobpasua
(pasHble BUAbI 3eneHM)

FopcTb OpexoB (aKUeHT Ha
rpeLKunit opex)

Opexn — BuTamuH Bs, omera-3
(ocobeHHO B rpeLKknx opexax)

Mcnonb3yiTe pasHblie opexu Ha CBOM BKYC

Tsopor co cBeXxumun | Tsopor — BuTamuHbl Be, B12, D Tsopor ncnonbsyiTe go 2-3 pas B HeAeo
Arogamu
CaHgBuy ¢ opexoson | CaHABMY € opexoBOM nactoh u | Mo AaHHOMY reHOTMNY WHAMBUAYasbHasA

nacTon u ppyKTamm

3eneHblt Yam

dpykTamm  — Bo, KJeTYaTKa,

MUHepanbl

Yali - aHTUOKCUAAHTDI

HopMa noTpebneHns BUTaMnHoB B, B1z, E
Bbiwe Ha 30-50%

HOpPMbI

PerynapHo no6aBnaite Takme opexu, Kak
MWHA@Nb, FPeuKknid n oyHAayK (ecnm Het
annepruu)

KnHoa ¢ TyweHHbIMM
TOMaTaMM U 3e/1IeHblo

Cyn c Bogopociaamu u
MOopenpoayKTamm

KnMHOa - WCTOYHUK BUTAaMMHOB
rpynnbl B, KNeTyaTKa,
MUHepanos, BUTaMuHa E

Cyn c mopenpoayKTamu — omera-
3, lioa, 6enok

1-2 pasa B Hegento aobasnanTe B paLmoH
KMHOa (no-apyromy HasblBaeTca KBWHOA)
TaK KaK WUCTOYHMK TaKMX MMHEPanos, Kak
Kanbuui, UMHK, Xeneso u ¢ocdop B
6onbwom obbeme

lopcTb opexoB (MWUHAAnNDb,
yHayK)

Opexu - 6enoK,
NO/IMHEHACBILWEHHbIE  KUPHbIE
Kucnotobl, B2, Bs, Bs, E, omera-3
(ocobeHHO B rpeLKux)

Mcnonb3yitte ntobble opexu No  BKycy
(rpeukuit, dyHAYK, MUHAANAbL - OO4HU U3
Nyywnx)

OsowHomn canat n3
JINCTOBbIX oBoOLLelN,
3€/1eHN, KOPHENNo[o08 M

O/IMBKOBOIo macna

Takoit canaT 6bygetr o6napatb
BUTaMMUHAMM MUHepanamm,
KneTyaTKon, BUTamnmHamu B6, B9,
E

MOHO MCMoNb30BaTb pasHble BUAbl
oBowen wu  pobasnainTe  NpuUANYHOE
KOMIMYECTBO 3eNneHn
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[IEHb 7

Ipeyecknit morypt

bpyKTamm

3aBTpakK

C

lpeyeckuii Morypt ¢ ppykTamm —
B, B12, E

Mo pgaHHOMY reHoTMny WMHAMBWUAYaA/bHaA
HopMa noTpebneHns BuTaMmmnHoB Bo, B1z, E
Bbiwe Ha 30-50%

MoxeTe 3aMeHMTb Ha TBOpOr (cpeaHen
YKUPHOCTH)

bopuy ¢ 3eneHbto

[opoxoBas Kawa

boply, C 3eneHblo — KeTyaTka,
MUHepansbl
lopoxoBas Kalua — By, 6es10K

BoboBble ~— OTAMYHAA asbTepHaTMBa
MMBOTHbIM  Befikam, MC MeaNeHHbIN
yrnesog,

NonaHuk CTakaH Kedupa

Kedbup - npoburoTrnyecKkunii

npoAykT, Bi2, D

Kebunp morkeTe 3ameHWTb Ha ApPYrov Bupg,
KMCNIOMOJIOYHbIX NMPOAYKTOB KaK UCTOYHMUK
BUTaMMHa Bi2

BMAbI)

MNeyeHbl KapTodenb

3aneyeHHasn pblba }KUPHbIX
COpTOB (TyHew uaun apyrve

Pbiba - omera-3, By, E

MeyeHblt  KapTodenb —  Bo,
CNIOXKHbIE YrNeBoabl

Cvepaite pblby He 6onbwe 3-4 pas B
HeJesnto Kak UCTOYHUK omera-3 v Bz

*B meHI0 He yuTeHbl nHAuBUAyaJibHbie ocobeHHoOCTU:

— anneprmnyeckme peakuuu,

— UHAUBUAYANIbHbIE HEMEPEHOCUMMOCTb onpeae/ieHHbIX NPOAYKTOB;
— HEeA0CTaTOYHOE KONUYECTBO pepMeHTOB;
— 0c06eHHOCTb MUKPO6HOro 6MopasHoo6bpasus;

- I'IOCTOﬂepaLI,MOHHbIﬁ nepuoa,;

— nepuoa nocne xmmumotepanmm n ayToTpaHCNNaHTaAUUN;

— XpoHUYecKue 3abonesaHus;

— MOHOreHHble HacneacTBeHHble 3aboneBaHus.
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