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«PECNYBJIMKAHCKUW LLEHTP FTEHOMHbIX BUOTEXHONOMUiA»

Lenmp npednazaem pusuyeckum u rOPUGUYECKUM JTUYaM
yenyeu no [HK-OuacHocmuke uHOueudyanbHbIX 0cobeHHocmel
Yyesioeeka.

FeHemuyeckoe mecmupoeaHue Gocmamo4yHO nposecmu
ece20 00UH pa3 8 Xu3Hu!

MonyyeHHble 8 xode uccnedosaHusi pe3ynbmambi S6ISMCS
CMp0o20 KOHGhuAeHYUaNbHbIMU.

Mamepuanom dnsi npoeedeHust 2eHemu4yecko2o mecmupoga-
Husi cryxam knemku 6yKkanbHO20 3numernusi (C/HHbI).

MEOWUMHCKAA TEHETUKA
BbISIBNEHME rEHETMYECKON NPeapacnonoXeHHOCTH K MHOrodakTopHbIM 3a-
OoneBaHuUaM:

+  CEepAeYHO-COCYAMNCTbIM;

« Anabety 2-ro Tmna;

«  OCTEOoNnopoay;

+  MeTabonnyeckomy CUHAPOMY;

« U ApYTUM.

BbisiBNieHWe reHeTU4eckol NpeapacnonoXeHHOCTU K HapyLLEHNIO HopMarnb-
HOTO TeYEHNs 6EPEMEHHOCTU.

Onpepenexve WHAMBMOYaNbHON YYBCTBUTENBHOCTM YeroBeka K nekapcT-
BeHHbIM Npenapatam (BapdapuH, Knonugorpen v ap.).

MporHo3 YyBCTBUTENBHOCTY Tepanuu renatuta C.

CMOPTUBHASA TEHETUKA
BbisiBNieHMe reHETUYECKON NPEAPaCTONOXEHHOCTM K BbICOKAM CMOPTUBHBIM
[OCTKEHUSIM, YCTOMYMBOCTN K (OU3NYECKUM Harpy3kam No OCHOBHbIM Tpyri-
fam reHoB:

o [HK-tectnpoBaHue npegpacrnonoxeHHOCTU K BbICOKUM CMOPTUB-
HbIM JOCTUXEHNSAM.

« Onpenenexvie CNPUHTEPCKIUX UMK CTaePCKNX CnocoOBHOCTEN.

« OnpepgeneHue reHOB CNOPTUBHOWN OOAPEHHOCTH.

« BbisgBneHve HebnaronpuaTHbIX AN CNOpTa BapUaHTOB FEHOB.
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NMPEONATAEM YCITYTU MO COCTABIIEHUIO
FEHETUYECKOIO NACIMOPTA

Yxe npu poxaeHun pebeHka MOXHO COCTaBUTb ero «reHeTUYeCKui
nacnopT», B KOTOPbIA BKITIOYAIOTCS CBEAEHWS O reHax, OkasblBatoLLMX CyLe-
CTBEHHOE BIIUSHWE HAa COCTOSIHWE 3[0POBbS W WHAMBMAYamNbHblE CNOPTUB-
Hble KayecTBa.

Bce 3abonesaHus YenoBeka B TOA WAW MHOW CTEMEHW 3aBUCSAT OT
reHoTuna. B LleHTpe uccnepyloTcs reHbl, KOTOpble ONpeaenstoT npegpac-
MOMOXEHHOCTb K CepaevHococyamncTbiM 3abonesanuam, auabety 2 tuna,
OCTEONopo3y W psay ApYrux MHOrO(aKTOPHbIX 3ab0neBaHNi, a Takke Ha-
PYLUEHWIO HOPMANBHOTO TeYeHUs GepeMEHHOCTU. BbiSIBNIEHNE reHeTUYeCcKom
npeapacrnoroXeHHOCTW K 3TUM ONacHbIM MaTosiorMam Mo3BonseT MpoBo-
OUTb UX NPOCUNAKTUKY UM PaHHIOK AWarHOCTWKY, NpaBuibHO BbibUpaTh
MeTodbl neveHus. Takum obpasom, [HK-TectupoBaHusi reHoma Kaxzoro
KOHKPETHOrO YeroBeka npeacTaBnseT 6e3ycnoBHbIN MHTEPEC AN COXpaHe-
HWS! €ro 340POBbS.

Ha ocHOBe reHeTMYecKoro aHanu3a MOXHO OLEHUTb MHAMBUAYasb-
HYI0 YyBCTBUTENBHOCTb YenoBeka K NeKapCTBEHHbIM npenapatam, YTo He-
obxoanmo 3HaTb Ans Bbibopa npenapaToB W NpPaBUbHOW AO3WPOBKA Bbl-
BpaHHOro NexkapCTBEHHOTO CpeacTBa.

'eHeTUYeCcKoe TEeCTUPOBaHME — HEOOXOAUMBIN 3Tan NepcoHasbHOM
NPEBEHTUBHON MEANLIMHDI.

MpoBOAUTCA TakkKe TFEHETUYECKOE TEeCTUPOBaHWE CrNOPTCMEHOB.
BbISBNAKOTCA reHbl, onpeaensitoLme BbIHOCIMBOCTb, CKOPOCTb, CuUMy, Cno-
COBHOCTb K BOCCTAHOBMEHMIO NOCIEe (hM3NYECKMX Harpy3ok. MccnenosaHue
NONMUMOPHBIX BApUAHTOB 3TUX FEHOB MO3BOSMSET CYLYECTBEHHO YNYYLWNTb
otbop 1 npocunu3aumo cnopTcmeHoB. 1o pesynbTatam reHETUYECKOro
TECTUPOBAHUS MOXHO Takke onpeaenutb, ByaeT nn y cnopTcMeHa pa3Bu-
BaTbCs Ype3MepHas runepTpocns Muokapaa B OTBET Ha ANUTENbHbIE Ha-
rPY3KW, UMEETCS N NOBBILUEHHDBIA PUCK BOHUKHOBEHWS TPaBM, apTepuasb-
HOW runepTeH3um W T.4. B «reHetTyeckom nacropte» CrnopTCMeHa
YKa3blBaOTCA BapWaHTbl reHOB, HEODXOAWUMbIE ANS LOCTUXEHWS BbICOKMX
CMOPTMBHbBIX Pe3ynbTaToB, a Takke reHbl pucka npognaTonorui. Tomnbko B
9TOM Cfly4yae MOXHO 0BecrneunTb KaxgoMy CMOpPTCMEHY YCnoBusi, HeobXo-
AVMble Ans NOMHOW peann3aLmm ero reHeTUYeCKoro noTeHumana.

[HK-TecTupoBaHue CropTCMEHOB OKa3bIBAET LIEHHYH NOMOLLb Bpayam
W TpeHepaMm KOMaHg Ans oTbopa Hamboriee nepcrekTUBHbIX aTneToB W NS
obecreyeHmns Kaxaomy 13 HAX YCroBMIA, HEOBXOAUMBIX 151 YCTIEXOB B CMOPTE.



BbISIBNEHUE FEHETUYECKOW NPEOPACMONIOXEHHOCTH
K MHOrO®AKTOPHbIM 3ABOJIEBAHUAM

CeppeyHo-cocyaucTble 3abonesanusa (CC3)

CC3 nuampytoT Kak ogHa M3 rnaBHbIX MpUYMH 3ab0neBaemocTy, WH-
BanMau3auMn U CMepTHOCTW BO BCeM Mupe. OHW npeacTaBnsioT cobow
rpynny 6onesHen cepaua W KPOBEHOCHBIX COCYAOB, B KOTOPYIO BXOASAT WH-
(hapKT MuUoKapaa, uwemmdeckas 6onesHs cepaua, 6onesHb CoCya0B ronos-
HOro mo3ra, GonesHb nepudepuyeckux aptepuin, Tpomb603 rnybokux BeH,
BKMHOYas NeroyHyto Tpom60ambonuto, u ap.

B KpynHbix ropogax exerogHo peructpupyetcs bonee 300 cnyya-
eB UHdapkTa Ha kaxable 100 Tbicay xutenein. CMepTHOCTb OT UlemMunye-
ckoit BonesHu cepaua v uwemmndeckoit GonesHn mosra cocrasnseT 40—
45%. Yactota Tpomb030B apTepui cepaua npu MHGapKTe Mmokapaa co-
ctrasnset 70-85%. Tpombo3bl cocynoB Mosra onpefensioT pas3sutie
nHcynbToB B 75-80% cnyyaes.

WHbapkT MuUoKapaa HedaBHO cyMTancs BONesHblo NOXMMbIX, HO 3a
nocnegHue rogbl HAMETUNAch TPEBOXHAS TEHAEHUMS — MHAAPKT "Monoae-
eT". MpuunH ans 3TOr0 MHOrO, HO CYLLECTBYET O4YEHb BECOMas MpuynHa
pa3suTust CC3 — reHeTnyeckas npeapacnonoXeHHOCTb.

WccnegoBaHus nokasanu, Y4TO BEpPOSITHOCTb Pa3BUTUS YrpOXatoLLUX
KU3HWU OCMOXHEHW NOCne WHapKTa MUoKapaa Takke obycrioBneHa reHe-
Tnyecku. OgHaKo 3TO He 03HAYaeT, YTO YEmOBeK C HAaCNeACTBEHHbIM PUCKOM
WHpapkTa obpeyeH Ha BoNesHb C TKENbIMU OCNOXHEHUSIMU. COBpEMEH-
Has MedMLUMHCKas Hayka pacnonaraeT cpeacTBaMu U METOAAMMU KOPpeKLmm
HebnaronpuaTHOrO NPOSIBNEHUS HacNeACTBEHHON MHAopmaLun. 3T0 B Non-
HO Mepe KacaeTcs U cepaeyHO-CoCyaMCTON NaTomnoruu.

OnpegeneHne npeapacnornoXeHHOCTU K CepaeyHO-COCYAUCTbIM 3a-
foneBaHMsM peKOMEHAOBAHO NULAM B NPOGMUNAKTUYECKUX LIENsX NPy OTAr-
yarowmx aktopax BHeWHen cpedpl M 06pasa XusHu (KypeHue, u3bbiToy-
HbIll BEC, Manas NoABWKHOCTb, CTPECCH U T.4.), @ Takke npu Hanuuun CC3
Yy poauTenen unu apyrux pOACTBEHHMKOB.



JHK- mecmuposaHue npedpacnonoxeHHocmu K cep0eyHo-
cocyducmbim 3abonesaHusM

Ab6peBmatypa u
Ne | HasBaHve rema.
, OYHKLWW reHa
n.n. | AHanusnpyembii
BapuaHT
['eH cBAi3aH C perynsauuen KpoBsHOMO AaBfeHus,
noaaepxaHneM BO4HO-CONEBOro0 roMeocTasa,
onpegensieT puUcK psaa cepaeyHo-cocyancTbIx
ACE natonoruit. Hocutenu annens D uvetot 6onee
(reH aHrMOTEH3NH- | Bpicokue ypoBHu akTueHocT ACE nnasmel, B
1 | npeBpaLyaloliero | ceppeyHoit MbllLe 1 B Tkansix. FeHoTun DD 06-
epmeHTa) HapyxmBsaeTcs y 28-31% nioaen, nonaaatLLyx B
Alu Ins/Del rpynny pucka pasBUTMS ULLIEMYECKON BOnesHn
cepaua, uHgapkTa Muokapaa, NoCTUHGAPKTHBIX
OCOXXHEHWIN, apTepuanbHON TMNepPTEH3NN.
KoompyeT hepMeHT, KOTOpbI OnpeaenseT ypo-
eNOS BeHb OKUCK a30Ta B CTEHKE KPOBEHOCHBIX COCY-
(reH aHpoTenu- poB. Annenb 4b accounnpoBaH ¢ NposiBNEHNEM
2 | anbHOW CHTa3bl | BLIHOCTMBOCTM, annenb 4a CBsi3aH C apTepuanb-
OKucK a30Ta) HOW MMNEPTEH3NEN, CHUKEHNEM 3M1IACTUYHOCTY
(4a/4b) COCYAIMCTOI CTEHKY, runepTpodmeil Muokapaa.
KooupyeT hepMeHT, KOTOpbIV OnpeaenseT ypo-
eNOS BEHb OK/CI @30Ta B CTEHKE KPOBEHOCHBIX COCY-
(reH HaoTeny- poB; annenb T aCCOUMPOBaH C HU3KOM aKTUBHO-
3 | anbHoil cHTassl | CTbto dHpoTennansHon NO-ciHTasbl, puckom )
oKuCH a30Ta) pasBUTUS CEPAEYHO-COCYANCTLIX 3a60neBaHNN U
G894T BbICOKM YPOBHEM CEpAEYHOro Bbibpoca npu
BbINOMHEHUM (DU3NYECKMX HArpy30K.
PAI-1 PerynupyeT npouecc hnbpuHonumsa. Mosbliwue-
(reH uHrMbuTopa | Hue ypoBHs PAI-1 npu runokcumn NpuBoaunT K
4 | akTBaTopa nnas- | CHkeHuo mbpuHonusa n obpasosaHmto Gub-

MWUHOreHa)
675 4G/5G

pI/IHOBOI7I OCHOBbI A4 pOCTa HOBbIX KPOBEHOCHbIX
COCy[0B. OpfvH 13 0CHOBHbIX KOMMOHEHTOB TpOM-




BonUTYECKON NNa3MUHOMEeH-NINasMHOBOM CUCTe-
Mbl, UTPAeT BaXHY'0 POrb B ONpeaeneHny npes-
PacronoXeHHOCTU K KapanoBacKynspHbIM 3abore-
BanmaM. [eHoTun 4G/4G yBennumBaeT puck
WH(papkTa MmMokapaa B 1,5 pasa.

F1 | hakTOp CBEPTBLIBAHUS KPOBYW pErynupyeT no-
(rev | dpakTopa CNeaHuUI aTan KoarynsuMoHHOro kackaga, BnuseT
CBEPTbIBAHIS Ha obpa3oBaHue «6enoro» Tpomba. CBsizaH ¢
KpOBM) PUCKOM BOSHVKHOBEHNS CEpAEUHO-COCYANCTbIX
Thr312Ala 3aboneBaHui.
glﬁ%" thakropa FABnseTca TPOMOMH aKTMBMPYEMbBIM MPOTENHOM,
CREPTLIBAHIS OTBETCTBEHHbIM 3a CTabunmuaaumio mbpuHOBOrO
(pOBM) Tpomba. Leu annenb accouumpoBaH C NoBbILIEH-
Val34Leu HbIM prUCKOM TpoMBOOOPa30BaHUS.
F2 OpawH 13 OCHOBHbIX (haKTOPOB CUCTEMbI CBEPTHI-
(rev Il dhakTopa BaHuUs KpoBW. Hanuuue annens «pucka» A no-
CBPTIBAHNS BbiLUAET YPOBEHb NPOTPOMOMHA B Na3me Ha
KDOBY - POTPOM- 30%, yBenuumnBaeT puUCK BO3HUKHOBEHWS BEHO3-
6ura) HbIX TPOMBO030B, MLLEMUYECKOTO UHCYNbTa, pas-
G20210A BUTUS TpomBoambonum (B Tpu pasa).
[MpoayKT reHa oTBeYaeT 3a NpeBpalleHue npo-
TPOMOMHA B aKTWBHbIA hepMeHT TpoMbuH. An-
nenb pucka A «-» MOXET SIBUTLCSI OCHOBOM AN
F5 pasBuTUS TPOMBO3a BEH HIKHUX KOHEYHOCTEN,
(ren V chakTopa Tpom6030B LiepebpanbHbIX COCyaoB, apTepuans-
ceepbiBaemocTn | HblX Tpomb0O30B B MONOLOM BO3pacTe W UeMu-
KpoBMU) 4eCKoro MHCynbTa.
Arg506Gin [eTeposnroTHOe HOCUTENLCTBO acCcOLMMPOBAHO

(MyTaums Jlenge-
Ha)

C 2-7-KpaTHbIM MOBbLILLEHNEM pUCKa TPOMBO30B,
roMo3urotHoe HocutenbctBo - ¢ 40-80-
kpaTHbIM. CoveTaHue myTtaumm FV u Tepmona-
BunbHon myTaumm MTHFR C677T ysenuumsaet
PUCK pa3BUTUS BEHO3HbIX TPOMBO30B B 8 pas.




PPARG [na  HocuTenem romO3WrOTHOrO  reHoTuna
(ramma-pewenTTop, Prc312Pro XapakTtepHa 6onbluas TonwmHa cpeg-
5 aKTUBMpYyeMblii HEeM CTEeHKM COCydOoB, YTO pacLeHUBaeTCs Kak
nponudepatopom | CBYAETENLCTEO Bonee paHHero (o1 40 ner) pas-
MepOKCMCOM) BMTUS aTepocknepo3a, no CPaBHEHMIO C HOCUTe-
Pro12Ala namu reHotuna Ala12Ala.
PPARD [MpofyKT reHa onpeaensieT 0bMeH XMpoB W yrie-
(SBepHbIi peven- gonos. l'eHotunbl C\C n C\T accouuvpoBaHbl €
TOp, AKTUBUPYe- Onee BbICOKAM YPOBHEM NMMONPOTENHOB Hita-
Mb i KOW NAOTHOCTW, YTO SBNSETCA (PaKTOPOM pucka
10 1 60-
nponudepaTopa- | PASBUTUS aTEPOCKIIEPO3a Y- MLeMUIEecKO/ 6o
MV MEPOKCCOM, nesnm cepaua (MBC). Hocmenmvannenﬂ Cnre-
nensa) HoTuna C\C MMEKT NOBbILLEHHbIA PUCK PA3BUTUS
+294T/C MBC (OR = 1,43 1 2,19, COOTBETCTBEHHO).
PPARA MpogykT re|_||-|a perynupyet obMeH NuUNMAOB M
(AnepHbiii peuen- | IOK03bl.  Hanudve  annens C npueoguT K
TOp aKTUBMpYe- yMeHbLUeHM0 akenpeccun reHa PPARA u, coot-
Vbl BETCTBEHHO, K CHKEHWIO YTUAMU3ALMN KUPHBIX
11 -
nponucepatopom | KACMOT. Annenb C accounmpoBaH ¢ 6onee BbiCO
nepokcucom Tvna | KM YPOBHEM XOnecTepua, |To ABnseTcs ak-
a) TOPOM pUCKa Pa3BWUTWSI aTEpOCKNepos3a M ue-
G2528C MuYeckoit 6onesHn cepaua.
VEGF urpaet BaxHyt ponb B TEYEHWN OCTPOro
WHapKTa MMOKapaa, CnocobCTBYS aHrMoreHesy
VEGF n pesHpoTenusaumn. Hanuune annens C reua
(reH cakTopa VEGF yBenuunBaeT puCK BO3HWUKHOBEHWS WH-
12 | pocTa 3HAOTENMS | chapkTa MuOKapaa NP Hanuuni hakTopoB pUc-
COCY/i0B) ka, KakuMu SIBRSIKOTCA caxapHbln auabert, runep-
G-634C XONecTepUHEMMS 1 Ap., a Takke CnocobCTyer
NPOrpeCccMpoBaHMio aTePOCKIEPO3a.
BDKRB2 OaWH 13 OCHOBHbIX MeauaTopoB adekTa bpa-
13 (reH peuenTopa BVKUHUHA, CHKAIOLLEro TOHYC COCYZOB M Cho-
OpagunknHuHa B2) | coBCTBYIOLLErO COKPALLEHUIO rMagko Myckyna-
I\D Typbl. C Hanuuvem annens D cBsa3biBalOT

10




BbICOKYI0 9KCMPECCUI0 reHa W Bonee BblpaxeH-
HbI COCYL0PaCLUMPSIOLLNIA 3GIEKT.

DepMEHT MrpaeT Kto4eByto porb B MeTabonmns-
Me PonmneBoNn KUCNOTbI, HEOOX0AUMON ANs pocTa
W pasBUTUS KPOBEHOCHOW 1 UMMYHHOWN cucteM. Y
nmy, ¢ reHotunom T/T, NpOMCXOANT CHUXEHME

MTHFR
(reH MeTunenTeT- | BKTUBHOCTU thepmeHTa npumepHo o 35% ot
14 | parmapodonar- CpEeAHero 3Ha4yeHns 1 passuThe runeproMoLy-
peayKTasbi) cremHemuu. [eHoTun T/T aBnseTcs (hakTopom
C677T puCKa Npu cepaevHO-COCYanCTbIX 3aboneBaHmsX.
[aHHble 3thdeKTbl MOXKHO KOPPEKTMPOBaTh A0-
NOSTHUTENbHBIM NPUEMOM NpenapaToB PONEBON
KMCIOTBI.
IMpu 3ameHe ageHuHa (A) Ha umTo3nH (C) cHuxa-
eTcs (hepMeHTaTUBHas aKTUBHOCTb reHa. Takoe
HOCUTENLCTBO NPUBOAMT K MMNEpromMoLnCcTenHe-
MTHFR MM TOMBKO MPY COBMECTHOM HOCUTENBCTBE C
(reH MeTUNEHTeT- | annenem 677T Toro e rexa. Mpu OTCyTCTBIN
15 | parugpodonat- | annens 677T roMo3uroTHoCTb Mo annenio 1298
penykTasbl) He COMPOBOXAAETCS HY MOBbILIEHNEM KOHLIEH-
A1298C TpaLy 06LLEro rOMOLICTENHA, HIt CHIKEHNEM
YPOBHS hornara B nnasme) 1 He NOBbILLAET PUCK
CepAeYHO-COCYANCTbIX 3aboneBaHui.
YKenesocoaepaLmin 6EMOK MbILLEYHbIX KNETOK -
aHanor remornobuHa aputpouuTos kposu. MB
MB OTBEYaeT 3a TPAHCMOPT KUCIOPOaa B CKENETHbIX
16 | (reH mmornobuHa) | MblLax U B MblliLe cepaua, 3anacaHve (aeno-
A79G HWPOBaHME) MOSEKYNAPHOIO KCMopoda u nepe-
[iayy ero OKUCNMTENbHLIM CUCTEMaM KIETOK.
LDLR Perynupyet KOHUEeHTpaLmio xonectepuHa B
17 (reH peuenTtopa nnasme Kposu. Jlunonpotenabl HU3KON NIIOTHO-
NNONPOTENHA0B | CTW - IMaBHble NPeACTaBUTENM Knacca IMnonpo-

HU3KOW NNOTHOCTH)

TENO0B NJ1a3Mbl, NEPEHOCALLINX XONTECTEPUH, UX

11
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7TA,8TA,10TA, 11
TA

N36bITOK - OANH 13 OCHOBHbIX (PAKTOPOB pUCKa
atepockneposa. Annenv 8TA n 11TA nosblwaroT
PUCK UH(papKTa MUoKapaa.

TpaHCKPUNLMOHHBIN thakTop, 0BecneynBatoLLil
afjanTaumio opraHu3ma B YCroBUSX MMOKCUMK,
peryrnupyoLLmni NpoLIECC aHroreHesa, Basomo-
TOPHbI KOHTPOIb, SHEPreTUYeCcKNii MeTabonnam,

HIF1A
(rev dhakTopa, 3pMTPONO33 1 anonTos.

18 | wHayumpyemoro Hanuyune annens T npuBOANUT K YMEHbLLEHMIO
rnokcuen) aHruoreHesa u, kak creicTeue, K BO3pacTtaHuto
C1772T pucka MHgapkTa Muokapaa. Takum obpasom,

cTpaterus Bbibopa Tepanum ¢ Lenbio NoBbiLLe-
Hus akcnpeccun HIF1A moxeT cnocobcTBoBaThH
aHr1oreHesy B ULLIEeMU3NPOBAHHOM MUOKape.
PPARGC1A
(KoaktusaTop Annenb A sBnseTcs pakTopoM npeapacnono-
AMEHLIX peLiert XEHHOCTU K CepeYHO-CoCyAUCTbIM 3aboneBaHu-

19 | Topos reos ce- M (aTepockrepos, rmnepToHus, UWeMms), a )
vevicrea PPAR i | T2Ke (haKTOPOM pUCKa Pa3BUTUS apTepuanbHON
aCTpOreHa) rMnepTeHsun y nuu, GonetLymx caxapHbiM aua-
G1564A Betom.

Kooupyet 6enok, KOTOpbIi UrpaeT KI4eByto

ponb B MeTabonmsMe NMNUAOB, B 4aCTHOCTH,

XONEeCTEPUHaA; CBA3aH C OTIOXKEHWEM NUNWZO0B B
APOE KPOBEHOCHbIX cocyaax. Hannuve annens E2 xa-
(rex anonunonpo- | PAKTEPUSYETCA MOBLILLEHHbIM YPOBHEM B KDOBU

20 | TewHa E) XonectepuHa v Tpurnuuepunaos. Mpu Hanuammn
Cys112Arg xoTs Obl ogHoro annens E4 Bo3pacraet Bepo-
+Arg158Cys STHOCTb pa3BUTUS aTepockneposa. [Mpu Hanuyumn

ABYX KONui E4 puck BbiLwe, YeM npu OJHOM KO-
nun E4 (B 3 pa3a bonbLunii puck pa3suTus cep-
AE€YHO-COCYANCTLIX 3aboneBaHuit).
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Nnabet 2 TMNa

[nabet saBnsieTca onacHbiM 3aboneBaHWeM, LUMPOKO pacnpocTpa-
HEeHHbIM B Pa3BUTLIX CTPaHaX, NPUBOASALLMM K UHBANWUAW3aLWMM U CMEPTHO-
CTh.

[vnabet 2 TUna — meTabonnyeckoe MHOrogakTopHoe 3abornesaHue ¢
HacneLCTBEHHON NpeapacronoXeHHOCTbI0, XapakTepusytoLleecs Hapylue-
HWEM CEeKpEeLMM UHCYMNHA UM MEXaHU3MOB €ro B3alMOZEeNCTBUS C KneTka-
Mn TkaHen. Inabet 2 tvna coctasnset 85-90% ot Bcex hopm anabeTa u
Hambonee yacTo pa3suBaeTcs y nogei ctapwe 40 net, ocobeHHo npu no-
TpebneHnn 6onbLIOro KONMYECTBa YrneBOLOB.

B natoreHese 3aboneBaHns BedyLyl porb UrpaeT HapyLieHue ob-
MeHa BeLLecTB, CBsi3aHHOe ¢ nonumopduamamm B reHax TCF7L2, PPARG,
KCNJ11, UCP2, koTopble BNMSIOT Ha YPOBEHb WHCYNHA B KPOBW, MeTabo-
fIM3M NUMONPOTENHOB, Ha pPa3BUTUEe MeTaboNNYeckoro CUHAPOMA, AeneHue
N onchepeHUMpoOBKY aaunoLMTOB 1 Npyu onpefeneHHbIX BapuaHTax noBbl-
LUAOT WK CHKAKOT PUCK pasBUTUS AaHHOro 3abonesanus. O6HapyxeHue
BapMaHTOB pUCKa YKA3blBAET Ha NOBbILUEHHYIO BEPOSTHOCTb anaberta 2 Tu-
na. YpoBeHb pucka CBSiI3aH C BO3PACTOM, MOBbILIEHHON Maccoi Tena, runo-
AVHaMUeN, NoBbILEHHbIM yNOTpebrieHnem ferko yceanBaeMblX YrieBoAoB
v ap.

OnpepeneHre npeapacnonoXeHHOCTH K AnabeTy 2 Tuna pekoMeHay-
eTCs NLAM C NOBbILIEHHBIM YPOBHEM [TIH0KO3bl B KPOBM (0BbIYHO onpese-
nsembIM HaTowak), Npy Hanuuum 3abonesaHnit, OPMUPYIOLLMX B KOMMNEK-
ce MeTabonMyeckun CUHAPOM (TUNEPTOHUS, ULIEMMS, OXUPEHWE), NuLaMm,
BEAYLUMM MaronoaBWKHbIA 06pa3 Xu3HW, Npu M3bbITOYHOM NOTPebneHnn
Nerko ycBauBaeMbIX YrreBogoB, a TakKe MPU Hanuyun y POACTBEHHMKOB
anabeta 2 Tuna.

PaHHee BbISIBNEHWE reHeTUYECKOI NPEAPaconOXEHHOCTH K anabeTy
2 TMNa NO3BONSET NPOBOAUTL NPOGUNAKTMKY JaHHOrO 3aboneBaHus.
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JHK-mecmupoeaHue npedpacnonoxeHHocmu

Kk Quabemy 2 muna
Ab66peBuatypa u
Ne Ha3BaHue rexHa.
. OyHKLNN reHa
n.n. | AHanusupyembii
BapWaHT
[MpomyKT reHa obpasyeT nopy 4515 TpaHenopTa
WOHOB KaNnst U3 KIETKW: 3aKpbITUe KaHarna He-
KCNJ 11 06xoaumo ans cekpewum rmko3o-

21 (reH-perynstop CTUMYNIMPOBAHHOTO MHCYNHA BeTa-kneTkamm,
KanueBbIX KaHanoB) | OTKPbITUE UHTMOMPYET CeKpeLno UHCYMUHA.
Glu23Lys Annenb K cnocobCcTBYeT pa3BuTIio caxapHoro

anabeta 2 Tna.
TCF7L2 l'en TCF7L2 onpenensieT cekpewuuto MHCYNnuHa

” (baKTop TpaHe- W PEryMpyeT CospeBarve 3-KneToK nomxeny-
couniyn 7) A04YHOM Xenesbl. Hanuune reHotuna TT «-/-»

YBEINMYNBAET PUCK pa3BuTUs 3ab0neBaHNs
C-41435T

anabeta B 1,9 pasa, a annena T — B 1,5 pasa.

Annenb Val accouumpyetcs ¢ BbICOKOW MeTa-

Bonuyeckon aPEeKTUBHOCTLHO MbILLIEYHON

AEATENbHOCTY M (DU3NYECKOW aKTUBHOCTBI), C
UCP2 MOHVKEHHBIM PACXOLOM SHEPruM B MOKOE,

23 (reH pasobLyatoLlie- | HU3KOW YTUIU3ALMEN XMPHBIX KUCMOT, PUCKOM
ro 6enka) pasBUTWS caxapHoro anabeta 2 Tvna u Oxu-
Ala55Val penns. Hocutenam romosurotel Val/Val Heob-

XOZMMO BCH XW3Hb MPOSBASATL BbICOKYO (hu-

3MYECKYI0 aKTUBHOCTb, MHAYe eCTb PUCK

pas3BUTUS MeTaboNMYECKNX PacCTPONCTB.
PPARA [MpomykT reHa perynupyeTr obMeH nunugos
(spepHbIn peyen- rniokosbl. Hanuuve annens C npuBogut K
TOp aKTMBMPYEMbIA | YMeHbLUeHUI0 akcnpeccun reHa PPARA, uto

24 | nponudepatopoM | CHWXaeT YTUNM3aLMI KUPHBIX KUCAOT, BIUSET
NepoKCUCOM Ha YyBCTBUTENbHOCTb TKAHEN K WHCYIUHY U
TMNa Q) (DYHKUMOHMPOBaHME OeTa-KneTok nogxeny-
G2528C [O0YHON Xenesbl, B pesynbTaTe puUck passutis
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puabeta 2 Tvna yeenuumBaetca B 2,7 pasa
[ins naumeHToB ¢ AMabeToMm 2 Tuna npu Hanu-
ynn B reHoTune annens C Takke yBenuunea-
eTC PUCK pa3BUTUS CepPAEYHO-COCYAUCTbIX
3abonesaHui.

£BNsieTCA OCHOBHLIM (PAKTOPOM perynsuum
AN DEPEHLIMPOBK  agMnoumuToB, CnocobCT-

PPARG N
BYET CHWKEHWIO WHCYNMHOBOW COMPOTUBASE-
(ramma-peLienTop,
N MOCTM U1 YNYYLIEHWNIO CEKpeLnn MHCynuHa Ge-
aKTVBMpPYEMbIii
25 Ta-knetkamu.  Annenb  Ala,  aBnsetcs
nponudgepaTopom
8pOKCHCOM) nokasaTtefieM CHVWXEeHWS pUcka pasBuTua aua-
Beta, rMNEPUHCYNMHEMUW,  UHCYIMHOPE3M-
Pro12Ala ’ pYRCY , MHCYTIMROD
CTEHTHOCTU W aTepoCcKnepo3sa.
leHotun AA B COBOKYMHOCTW C TEHOTMMOM
PPARGC1A y
Pro12Pro reHa PPARG sBnsetcs fgocrosep-
(Koaktusatop ;
AEDHbIX HbIM Npefcka3aTenem nepexoda HapyLLEeHHO
P [TIF0KO30TONEPAHTHOCTW B CaxapHblit AnabeT 2
26 | peLenTopoB reHoB

cemenctea PPAR u
acTporeHa)
G1564A

Tuna. Annenb A cBMAETENLCTBYET O Npeapac-
NMOMOXEHHOCTU K caxapHOMy anabety 2-ro Tu-
na (yBenunuusaet puck B 1,9 pasa).
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MeTabonunueckuit cuHaPOM

Okcneptbl BO3 cuutator metabonuyeckuin cuHgpom (MC) Hosow
nangemmen XXI| Beka, 0xsaTblBaloLen WHOYCTPUANbHO pas3BUTbIE CTPaHbI.
PacnpocTpaHéHHOCTb MeTabonnyeckoro CHAPOMA B ABa pasa NpeBblaeT
pacnpoCTPaHEHHOCTL caxapHoro anabeta, v B brivmxanwme 25 neT oxmaa-
eTCs yBenuyeHre Temnos ero pocta Ha 50%.

CornacHo coBpeMeHHbIM KoHuenuuam, MC — aTo knactep ropmo-
HanbHbIX U MeTaboMMYeCKUX HapyLUEHUI, cepaevHO-CocyancTbix 3abone-
BaHUIA, OXMUPEHUs n caxapHoro anaberta. Passutue MC obycnosneHo crnox-
HbIM B3aWMOLENCTBMEM HACNEACTBEHHbIX W CPeAoBbIX (hakTOpOB pucka.
Hanbonee BaxHbIMK (hakTopamu BHELLHEH cpeabl, CNOCOOCTBYOLWMMM pas-
BuTMio MC, saBnsieTcst n3bbITOYHOE YnoTpebneHne LKW, CoaepXallen Xu-
pbl W caxapa, U HW3Kas usnyeckas akTMBHOCTb, NPUBOAALLME K U3ObITOY-
HOMY BECY 1 OXMPEHNIO.

Mo aanHbIM BO3, okono 30% »xuTeneit nnaHeTbl cTpadalT M3bbl-
TOYHOM Maccom Tena. Y nuu ¢ OXMpPEeHWeM BEPOSTHOCTb PasBUTUS apTepu-
arnbHoi rnepToHun Ha 50% BbIlwe, YeM Y NKL, C HOpMasbHOW Maccomn Tena.
B uenom psge nccnegosaHuin 6bina BhisiBlieHa nNpsiMas NponopLMoHarbHas
3aBMCMMOCTb MeXay Maccoi Tena v obLieil CMEPTHOCTLIO - YCTAHOBIEHO,
YTO C YBENIMYEHUEM Beca BO3pacTaeT cepheyHO-CocyaucTas 3abonesae-
MOCTb, B TOM YKCME MOBBILIAETCS PUCK Pa3BUTUS ULLEMUYECKON BOMesHM
cepaua, WHgapKkTa Muokapaa, BHe3arnHoi CMepTh 1 MO3rOBOrO WHCYMbTa.
Kpome Toro, oxupeHue |- cTeneHn yBennumMBaeT pUCK pa3BUTUS CaxapHOro
anabeta 2 Tuna B 3 pasa, oxupeHue |l-i1 cteneHn — B 5 pas, a OXupeHue
[1I-1 crenenn - B 10 pas.

Heobxoaumo nogvepkHyTb, YTO0 6ONBLUMHCTBO nauueHtoB ¢ MC —
9TO NIOAM aKTUBHOIO TPyAOCnocobHOro Bo3pacTa, Hanbonee NpoayKTMBHas
1 3HauMmas gons obwectsa. Kpome Toro, 3a nocnegHve asa AeCATUNETUS
N3y4aemblil CUHOPOM AEMOHCTPUPYET YCTONYMBBIA POCT CPEAN MOMOLEXM U
JeTen.

BbisiBneHne annenbHbIX BapuaHTOB reHoB, 0OYCMOBMMBAIOLMX MO-
BbILUEHHbI reHeTuyeckun puck passutua MC, no3sonut apdekTnBHO npo-
BOAMTb MeponpusaTMS NO NPOGUNakTUKe LaHHOro 3aboneBaHuss, a Takke
NpaBubHO BbIOMPaTb METOAbI NEYEHMS, CYLLECTBEHHO YIYULLMTb MPOTHO3 U
n3bexarb BOIMOXHbIX OCTIOKHEHNN.

CambIM BaxHbIM B npocdunaktuke 1 neveHum MC asnsiotea npa-
BUIbHOE NWUTaHWeE, NOBLILLEHME (PU3NYECKON aKTUBHOCTM, OTKA3 OT BPEAHbIX
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NPUBLIYEK, T.e. (POPMMPOBaHME 340POBOrO 06pasa Xu3HW. IPGeKTUBHOCTb
TaKuX MEpONpUATUA JoKa3aHa pesyribTaTaMn MHOTOYUCIEHHBIX MeXOyHa-
POLHbIX UCCMefoBaHUN.

JHK-mecmupoeaHue npedpacnonoxeHHocmu
K Memabonu4eckomMy CUHOPOMY (OXupeHue)

Ab66peBuatypa u
Ne Ha3BaHue rexHa.
y OyHKUMM reHa
n.n. | AHanusupyembii
BapuaHT
Mpopykt rena ADIPOQ (aaunoHekTuH) - rop-
MOH, KOTOPbI CEKpeTMpyeTcs 6enomn XmpoBoi
TKaHbt0. YPOBEHb aAMMOHEKTMHA B nnasme
KpoBM 0BpaTHO MPOMOpLMOHANeH Macce Xu-
ADIPOQ .
poBOM TkaHu M nokasatento OT/Ob (o6bem
27 | (a@MNOHEKTUH)
Tanum K obvemy 6enep). AQMMNOHEKTWH Bbl-
MOMHSET 3aLMUTHYI0 PYHKLMIO NPOTUB runepr-
FIKEMUMN, WUHCYNIMHPE3UCTEHTHOCTU U aTepo-
ckrepoasa.
FTO - reH, accounmpoBaHHbI C XMPOBOWA
MacCoN, 3KCnpeccupyeTcs B Mo3re U naHKpea-
TUYECKMX OCTpOBKax. PacnpocTpaHeHHOCTb
MyTauunm B €BpOnenckoi nonmynsumm — 55-
61%.
FTO MuHOpHbIN annenb A CBSI3aH CO CHUXEHHbIM
Monumopuam NIMNOMNM30M, HapyLUEHUEM KOHTPONS anneTuTa,
28 | c.IVSTAST OTCYTCTBMEM YYBCTBA HACbILLEHWs nocne age-

KBaTHOro npuema nuwu. Kpome Toro, y Hocu-
Tenew annenst A noBbilUEHbl NOKa3aTenu, CBS-
3aHHble C  OXMpeHMeM: Macca Tena,
OKPYXHOCTb Tanuu W CbIBOPOTOYHLIA NENTUH
HaTowak. Takke HangeHa accoumaums ¢ ¢u-
31M4ECKON aKTUBHOCTbIO.
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MpogykT reHa GNB3 - G-6enok, y4actByeT B
nepefade MHMopMauum OT peLentopoB K

GNB3 BHYTPUKMETOYHbIM  UCMOMHUTESNBbHLIM  CUCTE-
(G-npotenH 6eta 3 | Mam. ABNSETCA YaCTblO CUTHaMbHbIX MyTeN
29 cybbeanHnua) MHOMX FOPMOHOB (B TOM YMCNE WHCYNWHA K
Monumopdu3am HenpoTpaHcMUTTEPOB). Annenb T CBsi3aH C
C825T PUCKOM PasBUTUS TUMEPTOHWUM, MOBLILLEHHOTO
VMT, oxupeHus, caxapHoro pauabeta u
aTepockreposa.
[MpoaykT reHa Lep — nenTuH, y4acTByeT B pe-
rynsumm obbema [OEenoHMPOBAHHOTO  XMpa,
perynupys noTpebrneHne nuwm U pacxog
SHepru. Y cTpafatollnx OXWpeHWeMm noaen
LEP (nenun) YPOBEHb CbIBOPOTOYHOTO fIENTUHA, Kak NpaBu-
Monumopchitam 110, MOBBIWEH, NPUYEM 3aBUCMMOCTb MEXAy
30 G (-2548) A Maccoi Tena  CbiBOPOTOHHbIM NENTUHOM Ho-
CUT NIMHENHbIN XapaKTep.
MyTaumm reHa Lep M3MEHSIOT CeKpeLmto rop-
MOHa NenTWHa, YTO BbI3bIBAET MOBbILLEHME
Maccbl Tena W, Kak CreacteBue, pasfnyHble
NaTonorun, CBS3aHHbIE C OKUPEHNEM.
'eH MC4R koaupyeT peuenTop, y4acTByHOLLMiA
VC4R B perynsiyuy nuLLeBoro NoBeaeHus 1 nogaep-
XaHuu maccel Tena.
(peuenTop menaHo-
31 | koptuma 4) Annenb C accouumnpoBaH c N30bITOYHLIM NO-
Monumopciam T>C TpeOneHnem MUK, paHHER rMNepUHCYNnHe-

Muei, nosbiweHHbIM UMT v puckom passutus
OXKUPEHUS.
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Octeonopo3

Ocreonopos (OI) — cuctemHoe 3aborneBaHue CKeneta, XapakTepuayio-
LLeeCst CHUKEHMEM MPOYHOCTU KOCTHOWM MacChl, USMEHEHUEM €€ CTPYKTYpbl Y
MOBbILIEHHbIM PUCKOM nepenomoB. Mo AaHHbIM BcemmupHoi opraHmsaLm
3npaBooxpaHeHus, y 15-20% niogeit ctapwe 50 NeT BbISBNSOTCS OCTEONOPO-
TU4eckVe u3MeHeHns, npudem Y 30% M3 HUX 3TO MOXET MPUBECTM K nepeno-
MaM. OCHOBHbIM KpUTEPUEM OLIEHKI BBICOKOrO pyCKa MO PasBUTHKO OCTEONOPO-
3a SBNSETCA  OCTEOAEHCUTOMETPUS —  PEHTTEHONOrMYeckuin  MeToq
onpeaeneHnst MUHepanbHOM NOTHOCTI KOCTHON TKaHM.

KoctHas TkaHb SBNSIETCS BaXKHEWMLMM MCTOYHMKOM KanbUust Ans noa-
[EPXaHNs ero HOpMasbHOro (PU3MONIONNYECKOr0 YPOBHS B OpraHuame. [pu
HapyLLeHun "BanaHca" nof BNUSHUEM psida (PaKTOpoB, K KOTOPLIM OTHOCSTCS
OCOBEHHOCTU MUTaHMS, KypeHue, NpueM NekapcTBEHHbIX CPEACTB, TOPMOHanb-
Hble HapYyLLEHWs 1 T.A4., KONMYECTBO pe3opbupyemoit (OTAAKOLLEN KanbLuii) Ko-
CTHOM TKaHW MPEBbILLAET KOMMYECTBO POPMUPYEMON, M MIOTHOCTb KOCTHOW
TKaHU CHKAETCS, YTO BELeT K pa3BuTMIO OCTeonoposa. ViccneaosaHns noka-
3ann, 4T0 MUHepanbHas MIOTHOCTb KOCTW Ha 60-85% 3aBuCuT OT reHoTuna
yeroBeka U NpuUpoga 3TON HaCNEeACTBEHHOCTM 3aKOAMPOBaHA BO MHOMMIX reHax.

Cpean 3HauMMbIX rEHOB M3y4atoTCs MOMMMOPM3Mbl B reHe pelenTtopa
ButamuHa D (VDR) v B reHe COLTAT anbda 1 uenu konnarexa 1 tuna. Mpucoe-
AVHVB K cebe akTMBHY doopMy BuTamiHa D3 (kanbumTpron), Monekyna pewen-
Topa (VDR) 3anyckaeT paboTy BaXHEMLLMX KOMMOHEHTOB KarlbLMEBOTO rOMEO-
ctasa opraHuama. KonnareH 1 tuna coctaensietr 4o 90% Matpukca KOCTHOM
TkaHu. Y obnapateneit annens pucka 1546T 0TMEYEHO CHUKEHWE KOCTHOM Mac-
Cbl 1 puck 6onee YacTbIX MeperioMoB KocTei. BaxHbiMu Ans onpeseneHus
npeapacronoXeHHOCTY K OCTEONOPO3y SBNATCA Takke reHbl LCT n TNF-A.

[HK-mecmupoeaHue npedpacnosioxeHHOCMU K 0CmMeonopo3y
Ab66pesuatypa 1 Ha-
Ne 3BaHve reHa.
y ®yHKUMM reHa
n.n. AHanuanpyembiit
BapuaHT

VDR YyactByeT B MeTabonmame KanbLus B opra-
39 (reH peyenTopa HW3Me, ero 3KCrpeccus accouuupoBaHa C

BuTaMuHa D) COCTOSIHUEM KOCTHOM TKaHM, a TaKke C

Apal (PYHKLMOHMPOBAHNEM CKENIETHOM MYCKyna-

19



Typbl. ['eHoTun A/A (-/-) CHUXaeT MuHepanb-
HYIO NIOTHOCTb KOCTEN W CnocoBbeTBYeT pas-
BMTWIO OCTEOMNOPO3a.

B reTteposurotHom Bb (+/-) coctosiHumM no-

VDR numopcuam  Bsml  yBennumBaet  0bLuit
23 (reH peuyenTtopa BuTa- | puck nepenomos B 1,5 pasa, B roMo3uroT-
MuHa D) Hom BB (-/-) coctosiHumM - 6onee yem B 2
Bsml pasa.
VDR
Hannune annens A CHWXaeT pUCK KOCTHbIX
(reH peuenTopa BuTa-
34 neperioMoB HE3aBMCKUMO OT Mona Yenose-
MuHa D) @
Cdx2 '
VDR Y HocuTenen nonumopdmama tt (-/-) MuHe-
panbHas MAOTHOCTb KOCTHOW TKaHW HuWxe
(reH peuenTopa BuTa-
35 vitka D) MO CPaBHEHMIO C HOCUTENAMM APYTUX FeHo-
TUMOB.
Tagl
Konnaren 1 coctaBnset go 90% matpukca
COL1A1 KOCTHOM TKaHW. Hanuume annens pucka T
(reH anba 1 uenu (ero yactoTta y eBponenckux Hapogos 18-
36 | konnareHa 1) 20%) NpUBOAMT K OCTEOMOPO3Y - CHUXKEHWIO
G-441T KOCTHOI Macchl 1 Gonee 4acTbiM nepeno-
MaMm KOCTeM.
OTOT PepMEHT y4acTByeT B pacLienneHum
MOJIOYHOTO Caxapa - NakTo3bl. [onumop-
LCT ¢u3m- 3ameHa T Ha C obycrnosnueaeTt
NaKTO3HYI HEMEPEHOCUMOCTb Yy AeTen
reH MEeHTa NakTo-
37 :(ilj) (bepmeHTa nakro crapwe 1,5 nert. Mp1BOANT K 3HAYNTENb-
HOMY YMEHBLUEHUIO KOCTHOW Macchl U 2-5-
T-13910C

KpaTHOMY YBENWUYEHUIO prcKa NnepesioMoB Yy
MOXWIbIX NHOAEN.
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HAPYLLEHUA HOPMAJIbHOIO ®U3UONOrM4ECKOro TEYEHUA
BEPEMEHHOCTHU

BepemeHHOCTb U poxaeHne pebeHka — 04eHb CMOXHble HU3nonoru-
Yeckue NpoLecChl, 3aBUCALLME KaK OT reHeTUYECKMX (DaKTOPOB, TakK 1 OT 06-
pasa XM3HU XEHLLUMHbI BO Bpemsi BepeMeHHOCTU. [lokasaHo, YTo HOCUTESb-
CTBO TEX WMM WHbIX annenen onpefeneHHbIX FeHOB MOXET M3MEHSTh
TeYeHne BUOXMMUYECKUX MPOLIECCOB B OpraHW3Me Martepu u cnocoberso-
BaTb (POPMMPOBAHMIO HEBbIHALUMBAHMS BEPEMEHHOCTU.

lMpobnema HeBblHALLMBAHWS GEPEMEHHOCTI CTaHOBUTCS BCe Bonee
aktyanbHon. Mo gaHHeiM BO3, ot 10 go 25% 6epemeHHOCTe B pasBuTbIX
CTpaHax OKaH4MBaeTCs HeydauHo. YacTo Bpayn He MOryT ONpeaenuTb npu-
YWHbI HEBbIHALUMBAHMSA — 3TO MPOUCXOAMUT B TEX CRyyasx, KOraa npuyuHON
naTonorMm ABNSETCS HacNeACTBeHHas Tpombounus, xapaktepusytoLlas-
CS1 NOBbILUEHHON CKITOHHOCTBO K TPOMB6006pa3oBaHmMio. Hannume reHeTuye-
CKOW MpeapacnonoXeHHOCTN K TPOMBOUIUM CONPSHKEHO C MOBbILLEHHBIM
PUCKOM PasBUTUS OCMOXHEHWA BO Bpemsi BepeMeHHOCTU (MpuBbIYHOE He-
BblHaLLMBaHWE, NnaleHTapHas HeOCTaTOMHOCTb, 3afepka pocTa nnoga,
NO34HNI TOKCKKO3 1 Ap. ).

['€HEeTUYECKUN pUCK TPOMBOMUANK YacTo peanuayeTcs TONbKO Npu
LOMNOINHUTENBHBIX YCMOBUSIX, OOHAM U3 KOTOPbIX Kak pa3 1 sBnsetcs bepe-
MEHHOCTb. [1py 3TOM KIMHWKO-6MOXMMUYECKME aHanu3bl [0 BepeMeHHOCTM
He BbISIBNSKOT OTKNOHEHMIA OT HOPMbI, HO NpY pa3BuUTUM GepeMeHHOCTM 06-
pasyloTCcs MUKPOTPOMObI B MAaLeHTe, W NPOUCXOAUT CaMONPOW3BOIbHbIN
BbIKMABILL UK 3amepLuas GepeMeHHOCTb.

B aton cessu [JHK-aHann3 reHoB pucka No3BONSET BbISBNATL Mpyu-
YWHbI HapYyLLEHU 6EPEMEHHOCTI B KaXOOM KOHKPETHOM Cryyae, YTo AaéT
BO3MOXHOCTb TEpaneBTUYECKON KOpPeKuMn 3ddekToB HebnaronpusTHbIX
BapWaHTOB reHoB 1 obecneynBaeT HopMarbHOe NpoTekaHue npolecca be-
PEMEHHOCTM.

KnueHTkun, o6cnenoBaHHble HamMK rof Hasag M paHee, MeBLUME B
aHamHe3e no 5-6 BbIKMAbILLEN, YCMELWHO poaunu geten, y MHorux Bepe-
MEHHOCTb Ha NO3JHKX CPOKAX, YTO Takxe MO3BONSET HAAEATbCSA Ha ycneLw-
HOe pPOXAEeHWe MIafeHLEB.
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JHK-mecmupoeaHue npedpacnosioxeHHOCMU K HapyweHusim
HOpMasibHO20 meyeHus 6epemeHHOCMU

nn

Abb6pesmatypa 1 Ha3Ba-
HWe rexa.
AHanuaunpyembii
BapuaHT

OYHKLWW reHa

38

MyTaums reHa npoTpomMOMHa SBRsieTCS
(haKTOPOM pUCKa MHOTWX OCIOXHEHUI (He-
F2 BblHalLMBaHWe 6GepeMeHHOCTK, eTonna-
LieHTapHasi HeAoCTaTOYHOCTb, BHYTPUYT-

(reH Il pakTopa ceép-
pobHas rmbenb nnoga, rectosbl, 3agepxka

TbIBaHWS KPOBM - Npo- C

TpOMBUHa) pasBuTMS NNoga, OTCroWka MnaueHTbl).

G20210A YacTota MyTauum y NaumeHToK ¢ paHHUMM
W no3gHumMK Bbikablwamn - 4,2% un 3%
COOTBETCTBEHHO.

39

Y KeHWMH ¢ MyTaumen F5 obHapyxwusatoT
TpomOO03bl B NNaLEHTe, YTO NOBLILLAET PUCK
F5 pasBUTUS OCINOXHEHU BepeMeHHOCTU: He-
(reH V chakTopa caep- | BblHALIMBaHNS OepeMeHHOCT Ha paHHMX
THIBAEMOCTH KDOBM) cpokax (puck nosblwaetcs B 3 pasa), 0T-
Arg506Gin CTaBaHs passuTuA NioAa, NO3AHEro Tok-
CUKO3a, (beTonnaleHTapHOM HeaocTaToy-
HocTu. MyTauma F5 BcTpevaetcs y 15%
NaLMEHTOK C NO3AHAMM BbIKUAbILLIAMM.

(MyTaums JlengeHa)

40

Y Hocutenen annens 34Leu konuuecTBo
(unbpunHa3bl COOTBETCTBYET MOKalaTensiM
HOPMbI, HO aKTMBHOCTb 3TOr0 (hepmeHTa

F13A1 nosblileHa B 2-3 pasa. Annenb 34Leu Ha-
(rex XIII dpakTopa caép- | OMonaeTcs y 51% KEHIMH ¢ NMPUBLIYHBIM
ThiBaHIS KpOBH) HeBblHalMBaHNeM bepemeHHoCTH.  Puck
Val34Leu MPUBLIYHOTO HEBbIHALIMBAHMA GepemMeHHO-

CTW elle Bbllle Y HoCUTenen annens B co-
yeTaHuu ¢ BapuaHTom 4G/4G B reHe PAI-1.
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Perynupyet npouecc ¢wubpuHonusa. [o-
BblleHne ypoBHa PAI-1 npu runokeun npu-
BOAWT K CHUXEHMIO mbpuHonusa. Annenb

PAI-1
A1 (reH uHrmbuTopa akTuBa- :SH:TUV;;::%MQ;GMG ~ MPUBBIIHOE HE-
TOpa NnasMuHoreHa) ; PEMEHHOCTH, yBennyeHe
675 4G/5G prcKa TSHKENOro rectosa B 2-4 pasa. [Mnok-
CUSA, PUCK 3aJEPXKKM Pa3BUTUS U BHYTPUYT-
pobHoi rmbenu nnopa.
BbisBneHa accouyuaunst AaHHOTO  Monu-
Mopcpr3Ma C NPUBbIYHBIM HEBbIHALLMBAHM-
eNOS em BepeMeHHOCTM, yacToTa annens 4a
49 (reH aHpoTenanbHoM Bblna JOCTOBEPHO BbIlle NP MPUBLIYHOM
CMHTa3bl OK1CK a30Ta) HeBblHawwmBaHUM (20%), Yem B KOHTpone
(4a/4b) (12%). TeHoTunbl 4a/4b paccmaTpuBatoTCs
Kak HexxenaTenbHble BapHaHTbl.
Hocutenu annens D umetoT Bonee Bbico-
KMe YPOBHW aKTUBHOCTW aHr1oTeH3uHa Il —
O[HOTO M3 CaMblX MOLLHbIX Bronornyeckm
ACE aKTVBHbIX BELLECTB, MOBbILLAKLMX apTe-
(reH aHrMoTeH3nH- puanoHoe gasnenue. eHotun DD obHa-
43 | npespaLatollero dep- | pyxusaetcs y 28-30 % niogel, nonagato-
MeHTa) Wux B rpynny pucka  npuBbIYHOTO
Alu Ins/Del HeBbIHALLNBAHNS 6EPEMEHHOCTI 1 OCTIOX-
HeHWN GepeMeHHOCTU (MnaueHTapHas He-
[OCTaTO4YHOCTb, recTo3 U ap.).
DepMeHT MrpaeT KMYeBY0 ponb B MeTa-
Bonuame onueBon KuCnoTbl, Heobxogu-
MTHFR Mo ans pocta v pa3suTys KPOBEHOCHOM W
WMMYHHOW CUCTEM. Y UL, FOMO3WUFOTHbIX
44 (reH MeTunexTeTpara- no AaHHomy nonumopuamy (reHotun T/T)
podhonatpeaykTasbl) y ’
C677T NPOUCXOANUT CHWXEHWE aKTUBHOCTU (hep-

MeHTa npumepHo 40 35% OT cpeaHero 3Ha-
YeHUs 1 pa3BUTHE TMNEPTOMOLINCTEMHEMMM.
['eHoTMn TT ABNAETCA (HaKTOPOM prCKa Npu
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http://ru.wikipedia.org/wiki/%D0%9A%D1%80%D0%BE%D0%B2%D0%B5%D0%BD%D0%BE%D1%81%D0%BD%D0%B0%D1%8F_%D1%81%D0%B8%D1%81%D1%82%D0%B5%D0%BC%D0%B0
http://ru.wikipedia.org/wiki/%D0%98%D0%BC%D0%BC%D1%83%D0%BD%D0%BD%D0%B0%D1%8F_%D1%81%D0%B8%D1%81%D1%82%D0%B5%D0%BC%D0%B0

CepLeYHO-COCyanCTbIX 3aborneBaHusx, oc-
NOXHEHWSX  NpOTEKaHWs GepemMeHHOCT!.
[aHHble achdeKTbl MOXKHO KOPPEKTUPOBATh
[OMOMHUTENbHBIM  MPUEMOM  MpenapaTtoB
(HONMEeBOW KNCNOTHI.

Mpu 3ameHe ageHuHa (A) Ha uutosuH (C)
CHUXaeTCs (DepMeHTaTUBHAs aKTUBHOCTb
reHa. Takoe HOCWUTENbCTBO MPUBOLAUT K -
NeproMoLUMCTEMHEMUN TOSBKO NpU COBMe-
CTHOM HOCWTErbCTBE C anennem 6771 Toro
xe reHa. lpu otcytcTBMM annens 677T

MTHFR 1298C
i (FeH MeTUNEHTeTpar - ;omosmromocw no annento He co_
podhonaTpenykTasb) POBOXOAETCS HM MOBLILLEHNEM KOHLEH
A1298C Tpauun oBLIEro roMOLMUCTENHA, HU CHIKE-
HAEM YpoBHA donata B nNnasme, HO
SBNSIeTC (PaKTOPOM pUCKa CMOHTAHHOMO
abopTa (CHWKeHWEe aKTUBHOCTU (hepMeHTa
[0 60% B CBS3M C U3MEHEHWEM perynsLum
WHMMBUTOPOM S-a4eHO3UIMETUOHMHOM).
Benok AnoE - (hepMeHT, urpalowuin Bax-
Hyt0 ponb B MeTabonuame nunuaos. Hocu-
APOE Tenu reHotunos E4/E4, E4/E3 npeppacno-
(reH anonunpoTenHa E) | noxeHbl k HapyleHWio nunuaHoro obmena,
46 | Cys112Arg HapYLLEHNIO KPOBOOBPALLIEHNS, Pa3BUTUIO
+Arg158Cys cheTonnaLeHTapHoM HEA0CTAaTOYHOCTM.
Puck npexaeBpeMeHHbIX POAOB YBENMueH
B 5-10 pas.
PerynupyeT nocrnegHuit atan koarynsyuox-
F1 HOrO Kackaja, BruseT Ha oGpasoBaHue
47 | (ren 1 dakropa ceéptbl- | «benoro» Tpomba. CsizaH C pUCKOM BO3-
BaHWsi KPOBY) HWKHOBEHUS CEPAEYHO-COCYANCTbIX 3abo-
Thr312Ala NneBaHun.
48 | eNOS Annenb T cBf3aH C pasBUTMEM TUNEPTO-

HWK, CcepaevyHo-CoCyanCTbIMK 3abonesa-
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(reH aHOoTENMansLHoM
CUHTa3bl OKUCK a30Ta)
(Glu298Asp)

HUAMU, @ TakKe OCNOXHeHUsMKU Bepemen-
HocTu. lMonuMopgmam reHa cBsizaH C pas-
NINYHOMN aKyLLepcKoM NaTosioruei, B OCHOBE
KOTOpOW nexaT W3MEHEHUs COCyAUCTOro
TOHyca (rectos, nnaueHTapHas HepocTa-
TOYHOCTb, BHYTPUYTPOBHAs 3agepxka pas-
BMTUS NNOAA, MMMNOKCUSI UAW BHYTPUYTPOD-
Has rbenb nnoga).

49

MTR
(reH METUOHMH-CUHTAa3bI)
A2756G

depMeHT HenoCcpeACTBEHHO OCYLLECTBISAET
peMeTUnIpoBaHne romoumctenHa. Hykneo-
TMoHas 3ameHa A Ha G conpoBoxzaetcs
HapyLUEHNEM PEMETUNIMPOBAHNS TOMOLU-
CTeWHa, YTO MPUBOAMUT K MOBBILIEHUIO €ro
YPOBHS B nfiasMe KpoBW. [unepromouu-
CTEMHEMUS  YBENWYMBAET  BEPOSTHOCTb
TpombBo3a M MOXeT MpWUBOAUTL K Npexae-
BPEMEHHOW OTCIOMKE NfaLeHTbl, Npeak-
namncum u npepbiBaHnio GepeMeHHOCTH.

50

VEGF

(reH (hakTopa pocTa aH-
[0TENNs COCYA0B)
G-634C

PoctoBon (haktop 3HAOTENMS  COCYOoB
VEGF urpaet kpuTudeckyo porb B co3pe-
BaHUM SALEKNETKM U B NpoLecce UMnnaH-
Taumm ambpuoHa. Bapuant C/C npepgpac-
nonaraet K peuMaMBUPYIOLLMM OTKa3aMm
WMNAaHTaLUMK NpKU  3KCTpPaKopnoparibHoM
ONNOLOTBOPEHUM.

51

HIF1A

(reH chakTopa, MHAyLK-
PYEMOrO rMnoKcuen)
Cc1772T

HIF1A BNseTcs OCHOBHbIM PErynsTopom
akcnpeccum u cekpeunn VEGF - poctoBoro
(baKkTopa SHAOTENUs COCYaO0B.

Hanwnuve annens T CHWKaeT 3KCpeccuto
(hakTopa,  MHAYUMPYEMOTO  MUMOKCUEN
(HIF1A), B pesynbTaTte 4ero npOUCXOAMT
CHKeHWe npoaykumm reHa VEGF. Takum
obpa3om, pasnnuns B BbI3BaHHON MLLEMUEN
aktmeauun HIF-1 moryT nexatb B OCHOBE
Habnogaemoro pasHoobpasus B 3Kcnpec-
cum VEGF v npefactaBnsath BaxHbIN hak-
TOp pucka. BbisBreHa koppensuus mexay
ypoBHaAMM HIF-1 1 kauecTBOM ANLEKNETOK.
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OMPEOENEHUE MHOMBUAYANBHOW YYBCTBUTENBHOCTU
YEJIOBEKA K IEKAPCTBEHHbIM MPEMAPATAM.

leHeTHYecku TecT Ha adh¢peKTMBHOCTL Npenapata BapdapuH

Bpayam 1 nauueHTaMm XOpOLLO M3BECTEH TOT (PaKT, YTO pasHble Noau
Mo-pasHoOMy OTBEYAKOT Ha OJHU W Te e NekapcTBeHHble npenapartbl. VHavsn-
AyarbHbIA OTBET Ha NoBoe NekapCTBEHHOE CPEACTBO SBMAETCH KOMMIEKCHBIM,
3aBMCALLMM KaK OT BHELLHWX hakTopoB (06pa3 i3HK, BO3pacT, B3aMMOAENCT-
BME C [PYrMM NEKapPCTBEHHbIMK NpenapaTamu, COCTOSHWE 300p0OBbS U T.4.),
TaK 1 OT reHeTU4Yecknx 0cobeHHOCTeN nauueHTa. 1o pasHbiM OLEHKaM reHeTu-
yeckne napameTpbl onpeaenstor o1 20% Ao 95% BapuabenbHoCTV B NpeBpa-
LLIeHWSIX NpenapaTa B OpraHn3Me 1 B KOHEYHbIX acpdpekTax. B otnmume ot cpe-
[0BbIX (haKTOPOB, MEHOTUN YeroBeka OCTAeTCs CTabUNbHbIM Ha MPOTSHKEHWM
BCE €ro Xu3Hu. MeHeTyeckne 0COBEHHOCTU MHAMBMOA OKasblBaKOT BMSHME
Ha MeTabonn3m NeKkapCTBEHHbIX CPEACTB, X AanbHEeMLWyLo cyapby B OpraHus-
Me (BCacblBaHue, pacnpeaeneHmne, akekpeums), Ha A deKTUBHOCTb NeveHns, a
TakkKe PasBUTME HEKOTOPbIX HEXENATENbHbIX OCTIOXHEHWIA.

B HacTtosiiee Bpems Bcé Bonbluee BHUMaHWE npyu Bbibope cnoco-
60B neyeHns NauMEHTOB yOenseTcs OnpefeneHuio UX reHeTUYECKUX 0Co-
BEeHHOCTEN, MOCKOMNbKY OAHM 1 Te e npenapatbl MOryT BbiTb 3PEKTUBHBI-
MW, He 3(EKTUBHBIMIA UMK Jaxe OnacHbIMW B 3aBMCUMMOCTW OT reHoTMNa
YenoBeka.

Hanpumep, npu Tepanuu cepaeyHO-COCYAUCTON NaTONoOrMnM aHTu-
TpomboTYeckum npenapatoMm BapdapuH, Hanbonee 4acTo NpUMeHsIEMbIM
aHTWUKOArynsHTOM, CyLLEeCTBYET PUCK PasBUTUS reMOpparuyeckinx OCroXHe-
HWI, YTO MOXET NPUBECTU K KPOBOTEYEHWAM Pa3fNYHON CTENEHW BMOTb A0
(haTanbHbIX.

'eHeTMYeckne (haKToPbl HAPABHE CO CPEAOBLIMM SBMAKOTCA 3HAYN-
MbIMW B noabope uHanBKUAYanbHbIX 403 BapdapuHa:

« [eHeTnyeckue haktopbl onpeaensitoT Ao 53-54 % BapunabenbHOCTH

[03bl.

« Cpenosble thakTopbl ( BO3pacT, BEC, NOM U T.A.) ONPeAensIoT Ba-
puabenbHocTb 403bl Ha 17-21 %.

BbISIBNEH reHHbIN NonMMoptKn3M, KOTOPbI OnNpesenseT pasnuyHyio
WHAMBMAOVANbHYI0 YYBCTBUTENBHOCTL NaLMeHToB Kk BapdapuHy. Hanbonee
3Ha4YMMble reHbl, onpeaenoLLmne MHAMBMOYANbHYIO PeakLyio Ha Tepanmio
atum npenapatom CYP2C9, CYP4F2, VKORCA1.

WccnenosaHue nonumopduama 3TUX reHoB NO3BONSET ONpeaenuTb
YYBCTBUTENbHOCTb NaLMeHTa kK BapapuHy 4ns NPpUHATUS NpaBUIbHOTO
peLLeHms - Tbo HasHayaTb HyXXHYHK A03WPOBKY Npenapara, NMMbo 3aMeHsTb
ero Ha 6onee noaxoasLMiA aHanor.
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JHK-mecmupoeaHue aghghekmueHocmu mepanuu cepoeyHo-
cocyducmbix 3aboneeaHull npenapamom BapghapuH

Ab66peBunatypa 1 Ha3Ba-

nNﬁ HWe rexa. OyHKUMM reHa
" | AHanusnpyemblii BapuaHT
'eH koaupyeT cybbeanHuly 1 komnnek-
ca anokcuapepyktasa-sutamuH K, kno-
YeBOro (bepMeHTa UMKna BuTamuHa K.
VKORC1 BapdapuH MHrMbupyeT aToT (hepMeHT,

52

(reH cybbeanHuLb! 1
anoKCUa-peayKTasHoro
komnnekca ButamuHa K)
-1639 G>A

peanu3ys TakuM 00pasoM aHTuKoary-
NAHTHBIA 3dhpekT. Monrmopdmsm -1639
G>A accoummpoBaH CO CHUXEHWEM 3KC-
npeccuu reHa. Y HocuTenen reHoTunoB
G/A n A/A Habniopaetcs yBenuyeHue
YyBCTBUTENBHOCTU K BapdapuHy, 4To
TpebyeT CHKeHUs 4O3bl Npenapara.

53

CYP2C9*2

(reH untoxpoma P450,
noacemenctsaa /IC, nonu-
nentug 9)

430 C>T

MpoaykT reHa SBRSETCS  3HAYUMbIM
(hEPMEHTOM B OKUCAMTENBHOM MeTabo-
nu3me (S)-BapchapuHa. Y HocuTenen
retepo3urot C/T n 0cOBGEHHO roMO3nroT
TT cHmxeHa CcKOpoCTb MeTabonuama
BapdapuHa. [ns Takux naumeHToB Xa-
paKkTepeH BbLICOKUM PUCK KPOBOTEYe-
HUA NpW CTaHAAPTHOM NOAXOAE K Mof-
Bopy no3bl.

54

CYP2C9*3

(reH umuToxpoma P450,
cemeiicta 2C, nonumnen-
™A 9)

1075 A>C

[MpoZyKT reHa NpUHUMAET akTUBHOE y4ya-
CTME B OKUCIUTENbHOM MeTabonname
(S)-eaptapuHa. Hocutenm annensa C
SBNAKOTCA OYeHb MeaneHHbIMM MeTabo-
nusatopamm BapdapuHa  (CHWXEHUE
BuotpaHcdopmauymm go 90 %). Ansa Ta-
KMX MALMEHTOB XapaKTepeH BbICOKUN
PUCK KPOBOTEYEHWI NPU CTaHAAPTHOM
noaxoge K nogbopy 4o3bl.
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95

CYP4F2

(reH umToxpoma P450,
cemenctea 4, noacemen-
ctea F, nonunentug 2)
1347C>T

[MpooyKT reHa yyacTByeT B OKUCNUTENb-
HOM MeTabonuame ButammHa K. Annenb
T accoummpoBaH C yxyaLeHuem 6umo-
TpaHcopmauun ButamuHa K, 4to npu-
BOOMT K CHUDKEHUIO (PYHKLMOHANBbHON
aKkTUBHOCTM (bepMeHTa M TpebyeT yBe-
nuyeHuns ao3bl BapdapuHa.

96

GGCX

(reH hepmeHTa Y-
rnyTamunkapbokcunasb)
5312970 C>G

MpooykT reHa  ocywectnseT  no-
CTTPAHCNAUMOHHY  Moaudmkaumo I,
VII, IX n X ¢haktopoB CBEpPTLIBAEMOCTU
KpoBM nocpesCcTBOM y-kap6o-
KCUIMPOBaHUS OCTaTKOB rMyTaMWHOBOW
kncnotel. [ns Hocutenenm annens G
AaHHOro  nonuMopdguama  Tpebyetcs
yMeHblUeHue fo3bl BapdapuHa.
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leHeTU4eckumn TecT Ha adhpekTUBHOCTL Npenapata Knonuaorpen

CerogHs yxe o6ocHOBaHa 1 foka3aHa Ha npakTuke HeobxoauMoCTb
UCNONb30BaHNUs (DapMaKOreHeTUYeCckoro Tecta Ha 3EEKTUBHOCTL aHTh-
TpomboTHYeckoro npenapata Knonugorpen. 310 NekapcTBEHHOE CPeACTBo,
HasHa4yaeMoe nauueHTaMm, CTpafalLuM uwemmyeckoil bonesHblo cepaua
WK OCTPbIM KOPOHAPHBLIM CUHAPOMOM, NaLUeHTaM, NepPeHEeCLLUM XUpypri-
Yeckue BMeLLaTenbCTBa (YCTaHOBKY KOPOHapHbIX CTEHTOB W Ap.)

VHavBmayanbHas YyBCTBUTENbHOCTb NaLMeHToB K Knonugorpeny
00yCrnoBneHa reHeTUYEeCK.

B opranusme oOH fgomkeH ObiTb MeTabonM3npoBaH B aKTUBHYHO
copmy thepmeHToM LmToxpom P-450 (CYP). MHorouncneHHble nccnegosa-
HWS BbISBUNKM, 4To nout 30 % nogen ABRAKTCA HOCUTENSAMM BapuaHTa
reHa, KOTopbI ONpeaenseT HU3KYH akTUBHOCTb 3TOM0 (hepMeHTa.

Y HoCcWTEnemn Takoro reHa yMeHblUeHa addekTusHocTb Knonupaor-
pena v NoBbILEHA BEPOSTHOCTb MHEapKTa M CMepTH Nocre onepauuy Ha
KOPOHAPHbIX apTepPUAX NPy NpUeMe 3TOro npenapara.

[MNepYyBCTBUTENBHOCTb K JaHHOMY npenapaTty Takke MOXeT npu-
BECTU K netanbHOMY ucxogdy. [103ToMy npeaBapuTenbHOe reHeTuyeckoe
TECTUPOBAHWE BapWaHTOB reHoB, 0DYCMOBMMBAILLMX KaK PE3UCTEHTHOCTD,
TaK U rMnepyyBCTBUTENBHOCTb NaUmMeHTa K npenapaty Knonugorpen Heob-
XOANMO.

JHK-mecmupoeaHue aghghekmueHocmu mepanuu cepOde4Ho-
cocyducmnix 3abonesaHull npenapamom Knonudozpen

Ab66pesuatypa
Ne 11 Ha3BaHWe reHa.
, OyHKLWN reHa
n.n. AHanusupyembiit
BapuaHT

[ns Hocutenen reHotunos T/C v T/T npu
npueme Knonuporpena 6bin 06HapyxeH
P2RY12 B 4 pa3a 6onee BbICOKUIA PUCK BOSHUKHO-
(FeH rMMKONPOTENHOBOMO | BEHWSI MHCYNbTOB, YEM Y HOCUTENEN re-
peuentopa GPIIb/llla) Hotuna C/C. MMpu Hanuumm xoTsa Obl 04-
34C/T Horo anmnenss T He pekomeHAyeTcs
npumeHeHue Knonupgorpena.

o7
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58

CYP2C19*2
(reH umToxpoma P450,
nogcemenctsaa /IC, no-

nunentug 19)
681 G/A

Hanuuve reHotuna G/A accouumpyertcs
CO CHWKEHMEM aKTMBHOCTW (hepMeHTa, a
reHotuna A/A — C yTpaToi yHKUMM
(hepMeHTa, YTO NPUBOAMUT K NOBBILLEHMUIO
PE3NCTEHTHOCTM MALMEHTOB K Tepanuu
Knonuporpenom. CneposarternsHo, y Ta-
KWX nauuneHToB He OygeT nonoxuTenb-
HOW [OWHaMUKU fnevyeHWs M npenapat
cneayeT 3aMeHUTb.

59

CYP2C19*3

(reH unuToxpoma P450,
noacemeiictaa /IC, no-
nunentug 19)

636G/A

Hanuuve reHotuna G/A accouumpyeTtcs
CO CHWXEHMEM aKTUBHOCTW (hepMeHTa, a
reHotuna A/A — C yTpaToi yHKUMM
(hepmeHTa, YTO NPUBOAMT K MOBLILIEHNIO
PE3NCTEHTHOCTM MALMEHTOB K Tepanuu
Knonuporpenom. CneposarternsHo, y Ta-
KWX nauuMeHToB He OygeT nonoxurenb-
HOW [OWHaMUKU fNevyeHWss M npenapat
creayeT 3amMeHUTb.

60

CYP2C19*17

(reH untoxpoma P450,
noacemeiictea /IC, no-
nvnentng 19)

-806 C/T

Y HocuTenemn reTeposnroTHOro0 reHoTuna
C/T wn romosurotHoro T/T npu npuéme
Knonuporpena nokasaHbl 6onee Huskue,
yem y romosurot C/C, 3HauyeHus AL®-
WHOYLMPOBAHHOW arperauuy Tpombowuu-
TOB ¥ NOBbILEHHBIN PUCK KPOBOTEYEHWIA.
B cnyyae reTepo3urotHOro reHotuna
C/T, He0b6X0AMMO 3HAYMTENBHO CHMXATb
[031poBKy Knonugorpena u KOHTPOSu-
poBaTb YPOBEHb arperauum TpomboLu-
TOB, a B Cfydae romosurot TT He cne-
AyeT  HasHavatb  Knonwuporpen,
NPUMEHEHWe KOTOPOro MOXeT Cnpo-
BOLMPOBATh NeTabHbIA UCXOA,.
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61

CYP3A4
(reH umToxpoma P450,
noacemenctaa IlIA, no-

nunentug 4)
1438 G/A

Y HocuTENEen reTepo3nroTHOro0 reHoTuna
A/G u romosurotHoro A/A HU3Ku ypo-
BEHb arperauus TpoMbounUToB 1 Tepanus
Knonugorpenom adpektmeHa. Hocutenm
reHoTuna G/G MMEeOT MOBbILUEHHYH) ak-
TUBHOCTb arperaluu TpoMOOLMTOB, Y HIX
Tepanua Knonugorpenom 6yaeT He ag-
(beKkTUBHa 1 npenapat crnepyet 3ame-
HUTD.
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MporHo3 adhpekTMBHOCTM Tepanuu renatuta C
WHTepnenknH 28B OTHOCUTCS K CEMENCTBY MHTEP(EPOHa TPETbEro
TMMNa W y4acTByeT B MMMYHHOM OTBETE OpraH13Ma Ha BUPYCHbIE UHEKLNN.
[eHOTUN YerioBeka Mo JaHHOMY MOMMOPCHOMY JTOKYCy OKasblBaeT BRMS-
HWe Ha TeyeHWe BupycHoro renatuta C 1 ABNSETCH OOHWM W3 OCHOBHBbIX
(haKTopoB, Onpefensrwmnx 3MPEKTUBHOCTL NPOTUBOBUPYCHON Tepaniu
NHTEPEPOHOM M pUHABUPUHOM.

JHK-mecmupoeaHue npoaHo3a aghghekmueHocmu
mepanuu 2enamuma C

Abbpesmatypa
No W Ha3BaHWe reHa.
n.n. AHanuaunpyembii PyHKLum rewa
BapuaHT

IL-28 . ['eH y4yacTBYeT B KOHTPONe 3¢h(HeKTUBHO-
62 (reH wHTepneiiHa 28) CTM (hapMaKonOrnyeckoro neYeHns npm

rs12979860 renatuTe C

C/T '
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CMNOPTUBHAA FTEHETUKA - BbisiBNeHWe reHeTU4eCKoM
NPeapacnonoXeHHOCTU K BbICOKUM CMOPTUBHbIM
AOCTUXKEHUAM, YCTOWYMBOCTU K PU3NYECKUM Harpy3Kam
(mns oTbopa He TONbLKO CNOPTCMEHOB, HO M nepcoHana MYC,
KOCMOHaBTOB, NMNIOTOB, BOA0Aa30B, NOXapPHMKOB U NpeAcTaBUTeNen
APYrUX 3KCTpeManbHbIX npodeccunn)

OpHum 13 Hanbonee NepCrnekTUBHBIX HANPABMNEHMIA FTEHETVKN B CIOPTE
SBNSAETCA U3YYeHNe CBA3EN CNOPTUBHBIX LOCTUKEHWUA C reHamu, OTBETCTBEH-
HbIMW 3@ Pa3BUTME W KOHTPOMb (PYHKLMIA, HEOBXOAMMBIX ANs CMOPTUBHOMO
COBEPLLEHCTBOBAHMS. Pa3niyHble BapuaHTbl FeHOB CMOCOOHbI NOBMUSATL Ha
TaKue KayecTBa, Kak BbICTpOTa, cuna u BbIHOCIMBOCTL. K Hanbonee BaxHbIM
HacneaCTBEHHbIM (hakTopaMm, HeobxoaumbiM NS AOCTUXEHUS BbICOKWX
CMOPTUBHBIX PE3ynbTaToB, OTHOCATCS reHbl, onpefenstowme QyHKUMM cep-
[E4YHOCOCYANCTON CUCTEMBI U KUCIOPOAHOTO 06MEHa.

YcTaHOBMEHbI HACNeACTBEHHbIE (haKTopbl, obecneuynsatolme ObiCT-
pble W afeKkBaTHbIE OTBETbI HA (PU3MYECKYID HArpy3Ky, BKIOYas reHbl, pery-
NMpYIOLLME NPOLIECC aHrnoreHesa, Ba3OMOTOPHBIN KOHTPOITb, SHEPreTUYeCKUi
mMeTabonumam, 3puTpPonoas, CUHTE3 MUOrnobuHa, aHabonuyeckme npoLecchbl.
WccnegosaHnue nonMMOpgHbIX MapkepoB 3TUX FeHOB MO3BOMSIET CYLIECTBEH-
HO yNyyLUMTL 0TOOP M NOArOTOBKY CMOPTCMEHOB.

[eHEeTNYECKOE TECTMPOBAHME CMOPTCMEHOB OKAXET LIEHHYH NOMOLLb
Bpa4aM 1 TpeHepam KOMaHg He TOnbKo Anst otbopa Haunbonee nepcnekTve-
HbIX aTNeToB, HO M AN 06eCneYeHNs KaxagoMy M3 HIUX YCROBUIA, Heobxoau-
MbIX AnS JOCTVXKEHUS BbICOKWX CMOPTUBHBIX pe3ynbTaToB. Hanpumep, BbisiB-
NEHNe HeXenaTtenbHbIX FeHHbIX BapMaHTOB, ONPEAENsIOLMX MOBbILUEHHbI
WK NOHKEHHBIN YPOBEHb BbIPAOOTKM TEX UMW UHBIX PEPMEHTOB, NO3BONSET
NPOBOANUTL KOPPEKLMIO 3TUX AEKTOB Y 3NUTHBIX CMOPTCMEHOB C MOMOLLbIO
WHAMBMAOYaNbHOTO MeAMKO-B1onornieckoro obecneyeHus.
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AHK-TECTUPOBAHMUE MPEAPACIMONOXEHHOCTHU K BbICOKUM
CMOPTMUBHbIM AOCTUXXEHUAM

OnpedeneHue cnpuHmepcKux unu cmaliepcKux cnocobHocmel

Ab66pesuatypa
W Ha3BaHue reHa.
AHanuaupyembii

BapuaHT

OyHKUMM reHa

63

ACE

(reH aHrNoTeH3NH-
npespaLlatoero gep-
MeHTa)

Alu Ins/Del

[eH cBA3aH C perynsynen KpoBSIHOTO
[aBIEHNS,  NOAAEPXaHWEM  BOAHO-
COMNEBOro roMeocTasa, 0TBeYaeT 3a BOC-
NPUMMYNBOCTb OpraHu3mMa K TOMY Wnu
WHOMY TUNYy PU3NYECKNX Harpy3oK. [eHo-
n I/l 0bycrnosnneaeT B 7-8 pa3 bonbLuyto
(hu3myeckyro paboTocnocobHOCTb, YeM re-
HoTun D/D.

I-annenb BbiHOCNMBOCTH, D — anenb-
CKOPOCTH, CUTb.

64

ACTN3
(reH 6enka O-aKTUHMHA)
R577X

HocutenbctBo annenst R reHa ACTN3
(Hannume Genka anbha-akTUHMHA-3 B
ObICTPO COKpaLLAOWMXCS BOMOKHAX CKe-
NETHbIX MbILUL) AAET NPeUMyLLeCTBO Npu
BbINOSIHEHUM CKOPOCTHO-CUMOBBIX Harpy-
30k. [insa reHotunos R/R u R/X xapakre-
peH 6onblWMN NPUPOCT MaKCUMarbHOM
NpOM3BONbHOM Ccunbl 1 Bonee addek-
TUBHOE HapalyBaHWe MbILLEYHOW Macchl
B pesynbTaTe TPEHMPOBOK. [eHoTun X/X
CBUOETENBCTBYET 06 OTCYTCTBMM CTPYK-
TypHOro Genka a-akTuHUHa-3, 4TO Mpu-
BOAMT K 3amMeaneHno MeTabonmyeckux u
(h13MONOMMYECKIX MPOLLECCOB, MOBbILLE-
HWIO BBIHOCTMBOCTM.

X-annenb BbIHOCNMBOCTH,

R- annenb ckopocTu, CUnbl.
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Annenb Val accouumpyeTcs ¢ BbICOKOW
MeTabonnyeckoin ahPEKTUBHOCTBIO Mbl-
LIEYHON [JesaTenbHOCTU M (DU3NYeCKor
aKTUBHOCTBHO, C MOHWMXEHHbIM PacXO4oM
SHEpPruM B MOKOE, HU3KOW yTumusaumen

Ucp2
XXUPHBIX KUCMOT. HocuTENsM roMo3uroThbl
(reH pasobLyatoLero
65 Gerka 2) Val/Val HeobxoamMMo BCHO XW3Hb MpOsiB-
Ala55Val NATb BbICOKYI0 (DU3NYECKYIO aKTUBHOCTb,
WHa4e CyLIECTBYET pUCK pasBUTUS MeTa-
Bonnyecknx paccTponcTB.
Val-annenb BbiHOCNuBocTH, Ala - an-
nenb CKOPOCTH, CUNbl.
Benok UCP3 wurpaeT BaxHyw ponb B
TEpPMOperynsaumun, B TPAHCNOPTe XUPHbIX
Ucp3 KACNOT, B NOAAEPXaHUM YPOBHS TITHOKO-
66 | (reH pasobuarouiero 3bl. T annensb rera UCP3 accouunpyetcs
benka 3) C BbICOKIMM a3POBHBIMY BOMOXHOCTSIMM
-05C/T 1 C BbICOKOW paboTOCNOCOBHOCTHHO.
T - annenb BbIHOCIMBOCTH.
[MpogyKT perynupyeT akTUBHOCTb FEeHOB,
OTBeYaloWmx 3a 06MeH yrneBogoB W Xu-
poB. Hanuuve Ala-annens nosblaeT
YYBCTBUTENbHOCTb OpraHnu3mMa K UHCYnu-
PPARG Hy W ycunuBaeT ero aHabonuueckoe
(raMMa-peU'enTop, aK- [ENCTBIE Ha CKeNEeTHble MbllLbl. Takum
67 ngmpyeMbM nponude- o6pa30M, Hocutenn Ala annens Gonee

paTopOM NEPOKCMCOM)
Pro12Ala

nNpeapacrnonoXeHbl K CKOpOCTHO-
CMNOBBIM BUZAM CropTa Mo CPaBHEHWIO C
HocuTenamu annens Pro, nockombky wx
MbILLbl B 6OMbLUeid CTEMEHWN YTUNU3M-
PYIOT FITHOKO3Y.

Ala - annenb 6bICTPOTLI/CUAIBI.
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PPARA
(SpepHbIn peuenTop
aKTUBMPYEMbI

[MpooyKT reHa perynupyet aHepreTuye-
ckun romeoctas. Hanuyme annena G ac-
COLMMPOBAHO C HOPMarbHOW yTUnmM3aLn-
el XMPHbIX KUCMOT M [NH0KO3bl, @ annenb
C nNpuMBOAMT K CHWKEHMIO 3KCMPECCUM

68 nposnmdgepaTopom rne- reHa PPARA 1, COOTBETCTBEHHO, K CHU-
POKCWCOM Tuna a) XEHMIO MbILLEYHON BbIHOCAIMBOCTM.
G2528C G-annenb BbIHOcnuBocTH, a C-

annenb ckopocTu/cunbl.

[MpofyKT reHa yyacTtsyeT B MeTabonmame

MbILUEYHbIX TKaHen, B 0OMEHe XMpOB U

yrnesogoB. [na Hocuteneir annens C
PPARD XapaKkrepHa MOBblIWEHHAs aKTUBHOCTb
(SpepHbIn peuenTop, reHa, 4yto obecneynBaeT bonee WHTEH-
aKTUBMPYEMbIA CUBHOE OKUCMEHWE JKUPHbIX KUCMOT W

69 | nponudepatopamu ne- | COOTBETCTBEHHO 6Oree BbICOKYH BbIHOC-
POKCMCOM, AeNbTa) NIMBOCTb, 0COOEHHO B COYETAHMM C Bapy-
+294T/C anTtom G/G rena PPARGC1A. Y HocuTe-

nen annens C npeobnagatot

MeafleHHble MbIlIeYHble BOMOKHA. C —

annenb BbIHOCNUBOCTH.

OpnuH 13 OCHOBHbIX MeaMaTopoB adhdek-

Ta OpagvKkvMHUHA, CHWXAKOLWEro TOHYC
BDKRB2 COCyA0B M CrOCOBCTBYHOLLErO COKpalLle-
(reH peuentopa bpagu- | HWO rmagkoi Myckynatypbl. C Hanuunem

70 | KMHWHa B2) annensi D cBA3bIBAOT BLICOKYK 3KC-

I/D npeccuto reHa u Bonee BbIpaXeHHbIN
cocyfopacwmpslowmn - ahdekt, npea-
PaCMonoXeHHOCTb K BbIHOCITMBOCTM.

eNOS KooupyeT epMeHT, KoTopblii onpege-

71 (reH SHAOTENMarnsHON | NSeT ypOBEHb OKUCK a30Ta B CTEHKE KPO-

CMHTa3bl OKWUCK a30Ta)
(4a/4b)

BEHOCHbIX cocynos. Annenb 4b acco-
LmpoBaH c NposiBNEeHNeM
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BbIHOCNUBOCTU, annenb 4a CBsA3aH C
apTepuanbHON rUNepTeH3Nen, CHUKEHN-
€M 3racTUYHOCTU COCYOMCTON CTEHKH,
rMnepTporen Muokapaa.

TpaHCKpUNLUMOHHbI  chakTop, obecneyn-
BalOLLWA afanTaLuio opraHusmMa B yCrioBu-
SX TUMOKCAW: aKTUBU3MPYET 3KCTPECCHIO

HIF1A [EHOB, PErynupytoLLMx npoLecc aHruore-
79 (reH chakTopa, MHAYUM- | He3a, BA3OMOTOPHBIA KOHTPOIb, SHepreTH-
PYEMOrO MNOKCHEN) Yeckuii MeTabonmam, apuTpornoas 1 anon-
C1772T 1703. Anmene T reHa  HIF1A
accouumpoBaH 0 CKOPOCTHO-CUITOBbLIMM
KayecTBaMM YenoBeka.
BoBreyeH B OKUCNEHME XMPHBIX KUCIOT,
PPARGC1A P
YTUNN3ALMIO TTIHOKO3bl, TEPMOreHes, aH-
(Koaktusatop
rMoreHes 1 TpaHCHOpMaLMI0 MbILIEYHBIX
SiAepHbIX peLenTopos
73 . BOMOKOH. Annenb A accouuvpoBaH C
reHoB cemeinctea PPAR
CKOPOCTHO-CMNIOBbIMM  KayecTBaMmu
1 3CTporeHa)
G1564A YenoBexka.
OnpepeneHue reHOB CNOPTUBHON OAAPEHHOCTH
KooupyeT epMeHT, KOTopblii onpege-
NSEeT ypOBEHb OKUCK a30Ta B CTEHKE KPO-
eNOS BEHOCHbIX COCyaoB; T annenb accouuu-
. pOBaH  C  HWU3KOW  aKTMBHOCTbIO
(reH aHOoTEnManLHo .
74 aHgotenuanbHoit NO-CUHTa3bl, PUCKOM
CMHTa3bl OKWUCK a30Ta)
6894T pasBUTUS CepAeYHO-cocyancTbiX 3abo-
NEBaHWN M BbICOKAM YPOBHEM CEPAEYHO-
ro Bbibpoca Npu BbLIMOMHEHUN (M3NYe-
CKMX Harpy3oK CpegHemn MHTEHCUBHOCTM.
PAI-1 OamMH 13 OCHOBHBIX KOMMOHEHTOB TPOMOO-
(e VHIVBMTOpa aKTi- NUTUYECKON  NIA3MMHOrEeH-NNasMUHOBOM
75 cuctembl. Perynupyet npouecc cubpu-

BaTOpa NnasmMmHoreHa)
675 4G/5G

Honmsa. HocutenbctBo annens 4G npu-
BOAMT K MOBbILIEHHON 3KCMPECCUM TeHa
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W, CnegoBaTeNlbHO, K MOBbILIEHHOMY
yposHto PAI-1 B KpoBM, YTO MPUBOAMT K
CHDKEHWO mbpuHonusa u obpasosa-
HWO (PMOPUHOBOM OCHOBbI AN pocTa
HOBbIX KPOBEHOCHbIX cocydoB. [ns Ho-
cuteneit reHotuna 4G/4AG n 4G/5G reHa
PAI-1 xapaktepHo Oonee 3HauuTENbHOE
YBENUUeHne MakcumarnbHoro noTpebrneHus
Kucnopoda B OTBET Ha (DU3NYECKYIO Ha-
rPY3Ky, TPEHVPYIOLLYIO BbIHOCTMBOCTb MO
CPaBHEHWIO C  HOCUTENSMWU  reHoTUMa
5G/5G.

MB

YKenesocoaepxalymin 6enok MbilEYHbIX
KNeTOK - aHaror remornobuHa apuTpoLm-
TOB kpoBu. MB oTBevaeT 3a TpaHcnopt
KMCnopoga B CKENETHbIX Mblwlax ¥ B

76 | (reH muornobuHa) MbllLLe cepAua, 3anacaHve (4enoHMpo-
A79G BaHME) MONEKYNAPHOro K1ucnopoaa u ne-
pefavy ero OKUCIMUTENbHbIM cucTEMam
KNeToK.
OouH 13 Hambonee BaxHbIX (HAKTOPOB
EPO 9pUTPON033a W PasBUTMS HOBbLIX KPOBE-
HOCHbIX cocynoB. OnocpenyeT aencrane
(reH peuenTopa apu-

7 TponoaTUHa) aputponoatuHa. MeHotun T/T yBenuun-
P BaeT YCTOMYMBOCTb K (DU3MYECKUM Ha-
G3876T

rpyskam B 7,5 pas.
VEGF urpaeT ueHTpanbHyto ponb B npo-
Lecce C€o3daHUs HOBbIX KPOBEHOCHbIX
VEGF COCYA0B W BbhXMBAHUSA HE3PENbIX KPOBeE-
HOCHbIX COCYA0B, 3a CYET Yero yny4waeTt
78 | (reH dhakTopa pocTa YA yny

9HOOTENUS COCYAOB)
G-634C

KPOBOCHaOXEHWE MbILWEYHON TKaHW U
CNOCOBCTBYET YCUMEHUIO POCTa MbILLL,
nocre U3NYECKNX ynpaxHeHuin. Annenb
C accounmpoBaH C nyyilen huan4eckon
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paboToCcnocobHOCTLI0: ¢ GonblUMM YBE-
NMYEHNEM YPOBHSI MaKCUMarbHOro Mo-
TpebneHnst  kucnopoga B OTBET Ha
adp0obHble TPEHWPOBKH.

BhisBneHue He6naFOI'IpVIﬂTHbIX ans cnopta BapunaHToB reHoB

l'eHotun C/C xapakTepusyeTtcs Hop-
MarnbHOM aKTMBHOCTLI (hepMeHTa afe-
HO3MHMOHOGhOChaTae3amMuHasbl.  [Ans

AMPD1 .
HocuTenen reHotunos C/T u T/T xapak-
(reH afeHo3uH-
TEPHa CHWXEHHasl aKTUBHOCTb (pepMeH-
79 | MoHoghocdaT-
Ta, YTO YyKasblBaeT Ha MEANEeHHoe BOC-
fe3ammHasbl 1)
C34T CTAHOBMEHMEe  Mnocne  BbIMOSHEHWS
BbICOKOMHTEHCUBHbIX bM3n4ECKNX
Harpys3ok.
Benok anonunonpoteunH E perynupyet
NEePEHOC XONECTEPUHA MEXY TKAHSMU 1
nnasmoil. BblgensoT 3 0CHOBHbIX anne-
NS, NPOAYKTbI KOTOPbIX 0603HaAYEHbI KaK
APOE E2, E3 n E4. pu HocutenbCTBE annens
(reH anonunonpoTenHa | pucka E4 He pekoMeHayTCs 3aHATHS
80 E) BMAAMM CMOPTa, CBSA3AHHLIMMU C PUCKOM
Cys112Arg TPaBMUPOBaHWS ronoBbl (BOKC, TX3KBOH-
+Arg158Cys [0, KapaTa u ap.). [JaHHas pekomeHaa-

Lms 0BycnoBneHa reHeTUYecKkom npes-
PaCMONOXEHHOCTBLIO K PA3BUTHIO
BonesHen ronoBHOro Moara (Hepogere-
HepaTuBHble 3aborneBaHus).
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FEHHAA KAPTUHA -
3TO YHUKaNbHbLIN reHeTUYECKUN NOPTPET YenoBeka

XYLOXECTBEHHOE NEPEOCMbICIIEHNE HAYYHbIX JOCTUXEHWUA B reHeTH-
Ke NO3BONSET CO3AaBaTb FEHETUYECKU NOPTPET YenoBeka. KapTuHa npep-
cTaBnsieT cobor HeobblyHOE M30BpaxeHKe, OCHOBY KOTOPOrO COCTaBMST
reHbl KOHKPETHOTO YerioBeka. M ckonbko Bbl ThICAY NET HU NPOLLAO, Ha 3eM-
ne He nosBMTCA BTOpas Takas kaptuHa. lMotomy yto [HK-koa, 3awwmdpo-
BaHHbIN B HALLWX reHax, YHWKaneH 1 H1korga He NoBTOPSIETCS.

[eHHblE KapTWHBI — 3TO BO3MOXHOCTb CeNaTb WHTEPbLEP CBOErO A0Ma
MO-HACTOALLEMY YHUKANbHBIM, 3TO HE TOMBKO WU3bICKAHHOE W HOBATOPCKOE YK-
paLLieHe MHTepbepa, HO eLle 1 NpekpacHO 0hOpMNEHHOe HarnsgHoe [okasa-
TENbCTBO HALLEN MPUPOLHON YHUKAMBbHOCTU, KOTOpPOE CO3faeT B [AOMe HeMo-
BTOPUMYIO aTMoccbepy W npugaeT emy HesabblBaemble MHAMBWOYamNbHbIE
YepTbl.

JTanbl CO30aHNs FeHHOM KapTUHbI:

[HK, BblaeneHHas 13 criroHbl MBOo KanmW KpoBM YenoBeka, NogBepraeTcs
rnorMMepasHoi LenHOM peakuym, B Xoae KOTopol onpeaeneHHble ydactk [JHK
YMHOXaKTCA (KOMMPYIOTCS) B MUMNMOH pa3. [lanee pacTeop, HaCbILLEHHbIA MuUrT-
noHamu konumn doparmerToB [HK HaHOCUTCA Ha crielmarbHbIN refb, K KOTOPOMY
MofaeTes ArekTpuieckoe HanpsbkeHue. [1og BO3OenCTBUEM 3IIEKTPUYECKONO Mo-
ns uccnegyemble gparmenTol [JHK nepemeLLatoTcs Ha onpeseneHHble paccTos-
HUS, MPOMOPLMOHasbHbIE UX Macce, CO3AaBasi HENoOBTOPUMBIA rpachuyeckuin
y30p.

M3obpaxeHne HaHOCMTCS METOAOM LudpoBOM meyatn Ha Bymary,
CTeKno nnbo co3aaeTcs XyAOXKHUKOM Ha XxoncTe. 3akasumk cam BblbupaeTt
MaTtepuan, LBETOBOE PELLEHIE 1 pasMep KapTUHbI.

BmecTe € reHHOW KapTWHOW BblgaeTcs cepTudmkat, NoATBepxaato-
LM JOCTOBEPHOCTb W YHUKANBHOCTb AAHHOTO rEHETUYECKOro nopTpeTa.

l'eHHble KapmUuHbl

KaptuHa npefcraBnser cobon HeobbIu-
Hoe n3o6paxeHune, OCHOBY KOTOPOro CO-
CTaBNSIOT reHbl KOHKPETHOMO YenoBeka, 1
0TOOpaXaeT ero reHeTUYeCcKy YHWKanb-
[eHHasi kapTuHa HOCTb. [pekpacHo ocopmrieHHas reHHas

. KapTWHa CO3AaeT B AOME HEMOBTOPUMYHO
81 (renHbIf nopTper) aTEAoccbepy 1 NpUOaeT emy Hesa bIBge-
Mble MHOMBMAYanNbHbIE YepTbl. Bmecte ¢
KapTMHOM BbIdAéTCA cepTudmkat, noa-
TBEPXAAKLMA  AOCTOBEPHOCTb U YHU-
KanbHOCTb AAHHOMO FEHETUYECKOro MopT-
peTa.
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PECMYBNUKAHCKWUWA LIEHTP FEHOMHbIX
BMOTEXHONOIMHK
npueanawaem K compyoHu4ecmey MeduyuHcKue
yupexoeHusi, neyebHble, 0300po8UMENbHbLIE U CNOPMUBHbIE YeHMpPbI
0151 npoeedeHus1 2eHemu4eckux 1abopamopHbIx uccnedogaHull
Ha nnamHol ocHose.

Bac uHTepecyeT reHeTW4yeckoe TECTUPOBAHWE M NEpPCOHaNMU3Npo-
BaHHas MeanumHa. Bbl XOTUTE y3HATb O HOBbIX AOCTUMXEHMSX B JAaHHON 06-
nactu. Bel cuntaete cebs gymarowmm coBpeMeHHbIM Bpavom, Bam Brimnaku
noev NpeauKTMBHOW MeauunHbl. Bbl OPUEHTMPOBAHBI HA TOYHblE AaHHblE
BbICOKOTEXHOIOMYHbIX UccneaoBaHui. Haw LieHTp He Tonbko npegoctas-
NAET CaMbli LLIMPOKWIA CNEKTP COBPEMEHHbIX UCCEA0BaHNIA, HO U OCyLLECT-
BNSET MHOPMALMOHHYIO NOLAEPXKKY CNEeLNanmCToB, UX UCMONb3YHOLLMX.

Bbl pabotaete B MeguumHCcKon chepe, NpeacTaBnseTe opraHusa-
Uuu, OKasblBalLme MeanumMHckue yenyr. PaccmatpusaeTe npeaiokeHus
B3aMMOBbIFOAHOrO COTpyaHWYecTBa. Hamu paspaboTaHa nporpamma napt-
HepcTBa C BpayaMm-npakTMKaMu U opraHu3aTopamm MeauuMHCKOro busHe-
ca.

Bbl mweTe HoBble Cepbl BIIOXEHUS AEHEXHBIX CPEACTB WK XOTUTE
AvBepcUMLMpOBaTL AENCTBYIOWMA BU3HEC. Y BaC aKTMBHAS XM3HEHHAs No-
3nuMa M Xopolwue npeanpuHMMaTensckue kavectsa. Pabotas ¢ Hamu, Bl
BCerga npeanoXute CBOMM MauueHTam nyyiine ycnyru B 0bnactu reHeTu-
Yeckomn nabopaTopHOM AMArHOCTUKN.

0Obs3aTenbHO CBSXMTECH C KOOPAMHATOPOM HanpasfeHus «Bbisie-
NEHWe reHoB, OTBETCTBEHHbIX 3a UHAMBUAYANbHLIE OCOBEHHOCTU YenioBekay
no ten.: +375 (17) 385-97-39; +375 (33) 380-50-40 nnn c MmeHeKkepoM no
pabote ¢ opugnyeckummn nuuamu no ten.: +375 (17) 284-04-11.

3BOHWTE HaM MO ykasaHHbIM HOMepaM TenedOoHOB A1 KOHCYMbTa-
Wil 1 OpraHM3aLmm COBMECTHOM paboTbl, UMK NULLMTE Ha afpec 3NEeKTPOH-
HOW NouTbI: onir@igc.by

Mb1 6ydem padbi compydHudams ¢ Bamu!
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CodepxaHue
Hanpaenexus AesTensHoCTM LEHTpa
IMnueHans. ObnacTb akkpeautauun. Ceptudmkar. KoHTakTbl
Mpegnaraem ycnyr NO COCTABNEHNIO FEHETUYECKOro nacnopTa

BhbisiIBEHWE reHEeTUYECKOI NpeapacronoXeHHOCTH K
MHOrO(aKTOpHbIM 3a60reBaHUAM

CepaeyHo-cocyaucTble 3abonesanus (CC3)

[nabet 2 Tvna

MeTabonuyeckuii CHAPOM

Octeonopo3

HapyLeHnst HopmManbHOro M3MoNOorM4eckoro Te4eHnst 6epemMeHHOCTH

OnpefeneHve MHANBIAYarbHON YyBCTBUTENBHOCTM YenoBeka K Niekap-
CTBEHHbIM Npenapatam

l'eHeTMYeCKUl TECT Ha achpeKTMBHOCTL Npenapata BapdapuH
['eHeTMYeCKUA TECT Ha achPeKTMBHOCTL Npenapata Knonugorpen
MporHo3 achdekTmBHOCTM Tepanuu renatuta C

CnopTuBHas reHeTuka

Onpegenexne CNPUHTEPCKUX UK CTAWEPCKIUX CNOCOBHOCTEN
Onpegenexne reHoB CNOPTUBHON OLaPEHHOCTH

BbisiBneHve HebrnaronpuaTHbIX 4ns CopTa BapuaHTOB reHOB
['eHHas KapTuHa

Mpurnaluaem k CoTpyaHU4ecTBy
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é‘%% rOCYJAPCTBEHHOE HAYYHOE YYPEXOEHUE
%oé «MHCTUTYT FTEHETUKK W LIUTONOT A HAH BENAPYCW»

220072, Pecnybnuka Benapycs, . MuHck, yn. Akapemuyeckas, 27
Ten.: +375 (17) 284-18-56, 284-04-11 dakc: +375 (17) 284-19-17
E-mail: office@igc.by Web-caitt: www.gens.by

4 PECNYBNHKAHCKWA LEHTP TEHOMHbIX GHOTEXHONOT WA
| [ §

TEHETWYECHOE TECTHPOBAHHE N0 3ABONEBAHKAM

O CeppeyHo-cocyaucTble O MeTabonuyeckuit CUHAPOM

3aboneBanus O MporHo3 adhcheKTMBHOCTYM Tepanum renatuta C
O BeHo3Hble TPOM603bI O MporHo3 3h(heKTUBHOCTH NPUMEHEHMA

O [uaber 2-ro Tuna neKapCTBEHHbIX NPenaparos Npu nevYeHnn

O Ocreonopo3 CepAeYHO-COCYANCTLIX 3aboneBaHnit

HEBbIHAIIHBAHWE BEPEMEHHOCTH

PaspaboTaHa TeXHONOrmsa AMarHoCcTMKM BbISBNSAIOTCA HeBnaronpusTHbIe
HeBbIHaWNBaHUA GepeMeHHOCTH no BapUaHTbI reHoB 3thheKTbI KOTOPbIX,
10 OCHOBHbIM 1 4 AONONHUTENbLHBIM B pAjae cnyyaes, KOPPEKTUPYHTCA
reHeTM4eCKUM MapKepaMm, CBA3AHHbIM C MeauKamm ¢ NOMOLLLIO
HapyLeHUAMU HOPManbHOro neKapcTBEeHHbIX Npenaparos. 310
thusmonornyeckoro TeyeHns GepeMeHHOCTU.  cnocobeTayeT yenewHomy

3aBepLueHnto 6epeMeHHOCT! \
TnueHana MuHaapasa Pb Ha npaBo ocyLieCcTBNEHUS MEANLMHCKON AeATENbHOCTH Ne K (

02040/6875 ot 17 utons 2011 1.
Ceptudmkat PedepeHcHoro MHcTutyTa Buoananutuku, BorH, Fepmanus (Referenzinstitut fii
Bioanalytik, Bonn, Deutschland) ot 31 okta6ps 2014r.
Artecrat akkpeautauun Ne BY/112 02.1.0.1599 ot 7 pexkaGps 2009 r.
CepTucukaT COOTBETCTBUS CUCTEMbI MeHepkMeHTa kavecTsa CTB ISO 9001-2009 Ne BY/1
05.01. 077 02597 ot 5 pekabps 2011 r.
° .
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CnpaBoyHoe n3gaHue
PECMYBNUKAHCKUM LIEHTP TEHOMHbIX
BMOTEXHONOI N
CIMNPABOYHWK

MO FrEHETUYECKOMY
TECTUPOBAHMIO YETOBEKA

Penaktop A.B. Kunbuesckui

Bepctka E.A. Knese



PecnybnukaHckui LEHTp no
reHeTM4eCKOMY MapKMpOBaHUIO U
nacnopTU3auum pacTeHUH, XMBOTHbIX,
MMUKPOOPraHU3MOB W YenoBeka

LleHTp npegnaraet huanyeckum W OPUANYECKAM
nuuam yenyri no JHK-guarHocTuke, HanpaBneHHoOM
Ha BbISIBIEHNE TrEeHOB, OTBETCTBEHHbIX 3a
WHAMBMAYanbHbIe 0COBEHHOCTU YenoBeka.

PECNYBJIMKAHCKWIA LEHTP
FEHOMHbIX BUOTEXHONOIMMN



