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It is represented genetic information for the personalization of prediction, prevention and treatment
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OTKprTMe B 2007 rogy ABYMSi HE3aBUCUMbIMKU UCCNeLoBa-
TEeNbCKMMU rpynnamMu BapuaHta 9p21, NnepBoro reHetmye-
CKOro daKrtopa, acCoLMUPYIOLWErocs C KOPOHapHOW 60/1e3HbI0
cepaua [8, 18], pacLeHnBaeTCs KaK reHeTuYecKas peBosoLns
Mo OTHOLIEHMIO K 3TOMY pacnpocTpaHEHHOMY 3a60/IeBaHMIO, KO-
Topas KaTanuaupoBana HacTyrnieH1e 3Noxm reHoMukK [23, 24].
JocTmenuns dyHaamMeHTabHOM HayKu MO3BOMWUAW BbISBUTL U
[ECATKM APYrnx BapuaHTOB reHETUYECKOro pUCKa CepAEYHO-CO-
cyaucTbix 3a6oneBanunin (CC3) [9, 17, 24], a TaKKe COTHU Bapu-
aHTOB, CBAI3aHHbIX C pUcKom 6onee 160 3aboneBaHui. Ha ocHo-
BE AOCTUXEHWI B TEHOMUKE U BHEAPEHWUS TECTUPOBAHWSA reHe-
TMYECKOoro nNpodunsa MHAMBMAOB CTano npuvaaBaTbcs 60MblUOe
3HaYyeHne NepcoHann3npPoBaHHbIM NPOrHO3Yy U NpodUNaKTUKE
CC3 v apyrux 3a6oneBaHum.

Hamu cTtaBunach Lienb pacCMOTPETb FEHETUYECKUIM acneKT
CHUXEHMUS PUCKa HEKOTOPbIX COLMaNbHO 3Ha4YMMbIX 3abonesa-
HUA.

Ponb reHeTU4EeCKOro TeCTUpOBaHUSA AJIS NMPOrHO3upo-
BaHuA 3a6oneBaHui

MNepcoHanuanpoBaHHasa MeauLMHa TPeBYET TaKOro reHeTu-
4YEeCKOro TeCTUPOBaHUS, KOTOPOE NpeAebHO YETKO MPOrHO3MPY-
€T pUCK 3aboneBaHus. He Bbi3blBaeT COMHEHWUI BO3MOXHOCTb
nepcoHanusaumn NpobUNaKTUKM 1M Tepanuu Npu pUCKe MOHO-
reHHblX 3aboneBaHui, Hanpumep, GEHUNTKETOHYPUU U BPOXK-
LEHHbIX GOPM paKa, MPU KOTOPbIX FTEHETUYECKOE TECTUPOBaHNE
ABNSETCA OCHOBOW AN1a MHbOpMaL MM MHAMBUAOB O 6yayLem co-
CTOSIHUM MX 3[0POBbS U MPUHATUS PELLEHUS MO cneundUyeckum
BO3AEWNCTBUAM, TAKUM KaK AMETUYECKMUE OrpaHUYEHNs Unu npe-
BEHTUBHAA XxMpyprusi. OTKPbITUE HOBbLIX FEHETUYECKMUX daKTo-
poB pucKa (PP) MOXKeT cnoco6CTBOBATL YyylEHUIO MPOrHo3a
My/NbTUreHHbIX 3a60neBaHWi, HO LOCTAaTOYHO M 3TOro AN nep-
COHaNM3MpoBaHHOW MeaMLMHbI? HEKOTOPbIE aBTOPLI HE CYUTA-
0T JOKa3aHHbIM, YTO OTKPbITUE HOBbIX FTEHOB Y/ly4LUaeT MPOrHo3
NOMWUreHHbIX 3a6oneBaHUn U JAaET BO3MOXKHOCTb KOHTPOINPO-
BaTb PUCK B TAKOW e CTEMEHU, KaK U PUCK MOHOIEHHbIX 3a60-
nesaHui [10]. B HanbosnbLlen Mmepe TOYHbIM NPOrHO3 3aTPyAHEH
y 6€CCMMNTOMHbIX MAaLMEHTOB, KOrAa NOMHOE BbiBAEHWE nyTemn
pasBUTUS MaToONOrMKM HEBO3MOXHO. [pu abCONOTHOM pPUCKEe
MHOro®aKTopHbIX 3aboneBaHui Heobxoauma AnbdepeHLm-

anbHag npodunaKkTMKa U TepaneBTUYECKUe cTpaTernm ansa pas-
JIMYHbIX FPYyNn reHoB. [porHo3 Takux 3aboneBaHni 6ecnosie3Ho
yCTaHaBAuBaTb MO OTAE/IbHOMY FeHEeTUYECKOMY BapuaHTy. He-
06X0AMMO O[JHOBPEMEHHOE TECTUPOBAHWE MHOXECTBA reHeTH-
YECKUX JIOKYCOB, COCTaBNEHNE FeHETUYECKOro Npobuna UHan-
BUAa, a TaKKe Y4€T BHelwHecpeaoBbix GaKTopoB pucKa, Toraa
pes3ynbraT NPorHo3a NoaureHHblX 3aboneBaHnin 6yaet GakToMm,
a He OuKumen [12]. BansHue BHelwHecpeaoBbix GpaKTopoB oc-
JIOXHSET TOYHOCTb FEHETUYECKOro MPOrHO3a KOMMIEKCHbIX 3a-
60neBaHum, ycyrybnas ux pucK Uan yMeHbllas ero (Hanpumep,
perynsipHble GpU3n4ecKme HarpysKm).

CnoXHOCTb OAHO3HAYHOrO MPOrHO3a KOMIMIEKCHbIX 3a-
60n1eBaHMI COCTOMUT elé U B TOM, 4YTo, Hanpumep, 13 40 npo-
TECTMPOBAHHBIX Y UHAWBWUAOB BapuaHToB Ha 10 BbIiBNEHHbIX
reHoTMNoB puckKa npuxoautcs 30 3alMTHBIX FEHOTUMNOB, YMEHb-
WwakLwux atoT puck [11, 25]. Kpome Toro, B accoumaumio reHos
C PUCKOM BO3HMKHOBEHMS CC3 MOryT BHOCUTb NOMEXU AUSNU-
nuaemus, runepTeH3uns u aaxke KypeHue. A.C. Janssens ¢ co-
aBTopamMu [13] noaYEPKMBAIOT, YTO BbISIBJEHWE FEHETUYECKOIO
pucKa 3abosieBaHMi 3a4acTylo MMeeT 3Ha4yMMoe Mpeumylle-
CTBO nepeq TpaauLUMoHHbIMKM PP, ogHaKo nNpu 06CYKAEHUN pe-
3yNbTaToB TECTUPOBAHUSA HEO6X0ANMO 06paLlaTb BHUMaHWE Ha
BHeELWHecpeaoBble paKTopbl pucKa [14].

feHeTU4YEeCKUM pUcK 3a601eBaHui

mnepTpojpnyeckas Kapanomuonatus. Vi3yyas 3abo-
NleBaHUs, KOHTPOJIMPYEMbIE OAHUM FE€HOM, B TOM 4uUCNe, TU-
neptpodpuyeckyto Kapanomuonatuto, A.L.Cirino u C.Y.Ho [3]
npocneaunu Hacnegyemble MONEKYNSiPHble NYTH, BKIOYEHHbIE
B pemojenupoBaHue cepla, KOTopble BbI3biBalOT apuTMuUK
W BHe3anHylo cepaeyvHyio cmeptb. [lpu aHanuse JHK 6binu
MAEHTUDULMPOBAHBI NeXallne B OCHOBE 3TOr0 MOHOIEHHOro
3a60/5eBaHUs reHeTM4yeckne aedeKTbl, Hanpumep, MyTauuu.
Kak n3BecTHo, runeptpoduyeckas Kapamommonatus — 3710 ay-
TOCOMHOE [OMMWHAHTHOE PacCTPOWCTBO, XapaKTepusylolieecs
runeptpoduen nesoro xenygouka (J1XK) ¢ HapyweHuem ynopsi-
[IOYEHHOCTU MMOLMTOB 1 GUOPO30M. KnnHuyeckas maHudecTta-
LMS — OT HU3KOW TONEPaHTHOCTU K GU3NYEeCKON Harpyske, 6011
B rpyan A0 MOBbLIWEHWUS PUCKA BHE3aMHOW CepaevyHon CMepTH.
Yactota HEO6BbACHUMOW TMNEPTPOPUYECKON KapAMoMUMOonaTiu



coctasnaet 1/500, 1 MyTaumm reHOB B CapKomMepax BbISBASOT-
csl NpUMepHO y 55-70% TaKUX UHAUBUAOB, 4YTO AeNaeT 3To 3a60-
neBaHWe Hanmbonee JOKa3aHHbIM HacnefyeMbiM KapaMoBacKy-
NFPHBIM paccTponcTBoM. OAHaKO Aarke B Cryvyasx KIMHUYECKH
YyCTaHOBNEHHOW TMNepTPOdUYECKON KapaMoMUONaTumn, HO npwu
OTCYTCTBMM MyTaL M reHOB B OAHOM CapKOMepe, He No3BoNseT
NOATBEPAWUTb KIMHWYECKUI AMArHO3, UK cregyeTt cunTaTb, YTo
3Ta NaToNorusg He reHeTUMYeCcKon 3TMONOrMK. TpU BbISBIEHHbIX
MyTaLMsX FreHOB Y 60/bLUMHCTBA YIEHOB OAHOW CEMbM, HO He
06HapyKEHHbIX MyTaLMsAX Yy OTAENbHbIX €€ NpeAcTaBUTeNen, UM
coobulaerca 06 OTCYTCTBUM WUHAMBWAYalbHOrO pUCKa, a ecnu
MyTaLuKn BbIIBASIOTCA Y BCeX, TO AaéTcsa 3aknodeHne o 50%-
OM pUCKe pa3BWTHUS 3TOro 3abosieBaHMsA U peKoMeHAaunu no
ero npodunaktuke [3]. B uenom, reHeTnyeckoe TeCcTMpoBaHue
WHOMBUAOB C rMNepTpodMyYecKon KapamoMmmonatuen aenaetcs
3ODEKTUBHBIM NYTEM UAEHTUPUKALIMM OTHOCUTENBHOIO PUCKa U
nepBUYHON NPOPUNAKTUKM BHE3ANHON CEPAEYHON CMEPTH.

YanuHéHubIN nHTepBan Q-T. BoiasneHune Ha KT yannHEH-
Horo uHTepBana Q-T M KIMHMYECKOoe NMOATBEPKAEHWNE 3TOTO CHH-
[IpPOMa accoLmmnpyeTcs C BPOXKAEHHON NPeAPacnoNoKeHHOCTbIO
K apMTMUSAIM W BHE3anHOW cepaevyHon CMepTU B CBA3KU C Hapy-
WeHWeM penonspusaumu enyooykoB. o KpawHen mepe, 8
reHoB CBS3blBAOT C CUHAPOMOM YANMHEHHOrO Q-T, XOTa Npeao-
MWHaHTHbIMWU SBASIOTCS 3 TUNA rEeHOB, Bbl3blBaloWMX AedEKTbI B
HaTPUEBBIX M KaNMeBbIX KaHanax. [lnsg npakTM4ecKux Lenem Te-
CTUPYIOT 5 reHoB, MyTaL MK KOTOPbIX 06BACHSAIOT npuMepHo 70%
cnyyaeB cMHApPoOMa YAIMHEHHOro Q-T pasHbix TMMOB. Y nauueH-
TOB C CMHAPOMOM yAJIMHEHHOrO Q-T TMNa 1, Hanpumep, 3TOT UH-
TepBan He yKopayuBaeTcs Npu Taxukapamu U BbICBOOOKAEHUN
KaTexonaMnHa B CUTyauusax YBEIMYEHHOW aJpeHepru4yeckomn
aKTMBHOCTU B CBA3M C reHeTnyeckum gedpektom KCN1, Ho nog-
naétca nedexuio B-6nokatopaMu. CUHAPOM YASIMHEHHOrO Q-T
TMna 3 Bbi3biBaeTCcsa MyTauusamm B SCNSA, kogupytowem Kapau-
anbHble HaTPUEBbIE KaHasbl, U aCCOLMUPYETCS C MPOSIOHraunemn
Q-T npu 6paguKapamu.

ApTepHnanbHasi runepteH3unsi. B natoreHese aptepuanb-
HOW rmnepTeH3uu (Al NpMHMMalOT yd4acTne He meHee 150 re-
HOB, B KOTOPbIX ONUCaHO MHOXECTBO NOIMMOPHU3MOB, OAHAKO
KMHUYECKM 3HAYUMBbIE pe3ynbTaThl NoSy4eHbl AN He60bLOro
yucna annenen. C NOBbIWEHHBIM PUCKOM pa3Butus AlT accoum-
npyetca nonMMopdu3M B reHax aHrMoTeH3WH npespallatoLLe-
ro ¢epmeHTta (ACE,c.2306-118_2306-117ins288) n B reHe
aHrnoteHsunHoreHa (AGT. pM235T). AnnenbHbli BapuaHT reHa
NOS3, Kogupytowero aHgotenuanbHyto NO-CUHTa3y, Npoayk-
ToM Kotopon gaBnsetca NO (aHAoTennanbHbli TMNOTEH3UBHbBIN
daKTop), MPMBOANUT K 3HAYMUTENIbHOMY CHWMKEHMIO 3KCMpPeccum
NO-cuHTa3sbl 1, Kak cneicTBue, K CHUKEHUIO YCTOMYUBOCTH K TU-
NepTEH3UBHbLIM BAUAHUAM CO CTOPOHbI BHELLHEN U BHYTPEHHEWM
cpeabl opraHuama.

HNwemunyeckas 6one3Hb cepaya (MBEC) Takxe aBnsietcs
reTeporeHHon natonornen. B natoreHe3e UBC n UM Begayuias
ponb NMPUHALNEKNT aTepPOCKIEPO3Y, KOTOPbIA B 3HAYUTENBHOM
yucne cnyqaeB ABNSETCA Pe3yNbTaTOM HapyweHUs CUHTe3a U
o6MeHa pasfiyHbIX IMNONPOTEUAOB, HO YCTAHOBMIEHA TaKxe
ponb MyTauuMi B peuentopax K HUM. CemenHasa rmnepxonaumcre-
pUHEMUS pa3BMBaETCA B pesy/bTate MyTauui B reHax anosu-
nonpoterHa B (apoB) v peuenTtopa K AMNONPOTEMHAM HU3KOM
nnoTtHocTv (LDLR). [oMO3WUroTHOCTb Mo annento €2 /€2 reHa apok
TaKXe MOXET MNPUBECTU K CEMEWHOW TUMEPXONUCTEPUHEMUN.
leHeTnyeckomy pucKy UBC, accounmnpoBaHHoMy ¢ 9p21 1 ¢ apy-
rTMMW BapyaHTaMu, a TakKe MAeHTUPUKaLMK HOBbIX GaKTOPOB,
TOJIbKO B nocnegHune 2-3 rofja NnocBALEHO MHOXECTBO UCCle-
[OBaHWM B pa3Hbix cTpaHax [1, 4]. NepcneKkTuBam pa3BuTUs re-
HeTukn MBC 1 UM B XXI BEKe B acneKTe nx NporHo3npoBaHus
n npodunakTMKKU noceseHa paboTa R.Roberts n A.F.R.Stewart
[24], KoTOpble NpUBENN CNUCOK 36 BapMaHTOB rEHETUHECKOro
PUCKa, YKa3blBaloLWMX Ha FeHETUYECKYIO MPEeAPacrnoNoKEHHOCTb
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K pa3BUTUIO KOpOHapHoM 6one3Hun cepaua. bonee 50% atux re-
HETUYECKUX BapuaHTOB BCTPEYaloTCsd Y MOMOBUHbLI UHOWBUAOB
aHanuaupyemon nonynaumu, 10 BapMaHTOB reHETUYECKOrO pPU-
CKa - y 75%, a accoumMmpyloWmnxcs ¢ HU3KUM puckom UBC — y
6-17%. MpumeyaTtenbHo, YTO reHeTnyeckuin puck MbBC peannay-
eTcsl He3aBMCUMO OT 06Wwux PP, Hanpumep, BbICOKOIO YPOBHSA
xonectepona. 310 npeapacnonaraeT K pa3paboTKe HOBbIX Me-
[MKaMEHTO3HbIX U ANETUYECKMX HaKTOPOB, HaLleIEHHbIX Ha pas-
JIMYHbIE MONEKYNAPHbLIE MULIEHU, U KOTOPbIE B Gyayllem 6yayT
urpatb OCHOBHYO ponb B ynpasneHun UBC n UM.

YctaHOBMEHO, 4YTO BapuaHT 9h21 obycnaBnMBaEeT TAXeECTb
MBC, accoummpyeTcs ¢ HapyweHUs MU CTPYKTYpbl COCYaAUCTOM
CTEHKM M BHOCMUT BKJ1aJ B MaTOreHe3 aTepocKaeposa, Ho MpakK-
TUYECKM He BIUSET, Kak 9p21.3, Ha paHHee pa3sutue UM [1].

Ddubpunnayna npegcepanin U ULLEeMHUY€CKUI MHCYNbT. C
Gubpunnaumen npeacepanmn acCoLnnpyroTesa ABa BapuaHTa pu-
CcKa: 4925 1 16922 B PITX2 n ZFX3H, a HelaBHO yCTaHOBJEHO,
YTO OHM ABAAIOTCA TaKKe PP KapanoaM60IMYECKOr0 MHCYNbTa,
HO HEe [PYrux NoATUMNOB MULWEMMUYECKOIro UHCYNbTa [7]. Bonbloe
BHWMaHWe yaensieTca v Apyrum reHetnyeckum PP, accoummnpy-
IOWMMUCA C MLIEMUYECKUM MHCYNbTOM [17]. C yBENUYEHHbIM
PUCKOM MLIEMUYECKOTO MHCYNbTa accoummpyetcs daktop 7321
n nonumopduam B reHax ITGA2, HDACY, GPIBA, ITGB3, FGB,
PRKCH, AGTRL1. ECTb MHEHME, 4YTO FEHETUYECKOE TECTUPOBA-
HWe uenecoobpasHo B NPOPUIAKTUHECKUX LLeNsX Mpu Hanuyinm
POACTBEHHMKOB 1-2 CTEMEHW POACTBA, MEPEHECLUUX UILEMU-
YeCKMUM MHeynbT [16]. BoigsBneHne nonMmopdurama 3TUX reHoB,
yBEMYUBAIOWErO PUCK MHCYNbTa, NMO3BONSET pa3pabaTbiBaTb
nporpamMmmy MHAMBUAYanbHON NPOdUNaKTUKKM 3TOoro 3abosesa-
HKS.

BeHo3Hasi TPOMGO3M60/IMS KaK OCNOXHeHMe Tpombo3a
rNMy6oOKMX BEH — reteporeHHoe CocTosHne. K yBenMyeHunio pucka
pa3BuTUSA TPOMBO3a MOTYT NPUBECTU UBMEHEHUS B HECKONbKUX
reHax, 0CO6eHHO B MPUCYTCTBUM MPOBOLMPYIOLWNX HaKTOPOB.
OTBETCTBEHHbIMW 3@ PUCK TpomM6O3a rMNy6OKUX BeH Haubo-
flee 4acTo ABNSIOTCA U3MEHEHUS B FreHax CBEPTbIBAHUSA KPOBM
F2(c.97G>A) n F5(c.1601G>A), a TaKe NoAMMOpPDdM3M B reHax
donaTHoro uukna.

HacneacrBeHHas npupoga AePeKToB KlanaHoB cepaua
yCTaHOBNEHA, HanpuMmep, Ang GUKYCMMAANbHOro aopTajbHOro
KnanaHa v nponanca MutpanbHoro KnanaHa (NMMK). BpoxaéH-
Hble GOPMbI 3TUX MOPOKOB BbISBAAIOTCH YXKE Y HOBOPOXKAEHHbIX
B BWAE HapylWweHWI CTPYKTYpPbl KnanaHoB. 3T HacneaCcTBEHHbIE
NMOPOKN MOTYT GOPMUPOBATLCA U30/IMPOBAHHO WM KaK YacTb
KTMHUYECKOrOo reHeTnyeckoro cuHapoma (MapdaHa n gpyrux).
Kak yka3biBaloT B cBoen 0630pHoN cTatbe R.Pagand et al. [21],
6UKycnuaanbHbll aopTainbHblM KnanaH — Haubonee yacrtas
dopma BPOXKAEHHbLIX MOPOKOB CepALa, BbIABNAAOLAACS MOYTH Y
1,4% Bcew nonynauuu, B 3 pasa Yalle Yy My>K4uH, 1 B 35% aTtoT
MOPOK BbI3bIBAET CEPbE3HbBIE OCMOXHEHWS, BKIOYas aopTab-
Hbl CTEHO3, peryprutauuio KianaHa, 3HOOKapAuT, aHeBpu3-
My BOCXOASLLEN aopTbl U €€ paccloeHne, KoapKTauuio aopThbl.
CemMenHoe TecTMpOBaHWE MPOAEMOHCTPUMPOBANO BPOXKAEHHYIO
npupoay GopMUpoBaHUa GUKYCNMAaNbHOro aopTasbHOro Kna-
naHa, KOTOpbIN BbISIBSIETCA B CEMbSX B cpeaHeM y 9% - 24%
POACTBEHHMKOB. [eHeTUYecKan reteporeHHoCTb GUKycnuaanb-
HOro aopTasbHOro KnanaHa BKJIYaeT MyTaLuu reHoB, KOAUpy-
oWwux GaKTopbl TPAHCKPUMLMK, MATPUKCbl BHEKNETOYHbIX MPO-
TEMHOB U MexaHW3Mbl perynaunu nponudepauuu, auddepen-
uuauuu, agre3nmn 1 anonTosa KNeTok.

NMMK accouununpyeTcs ¢ MyTauusiMn reHOB 371acTUHa M KO-
nareHa. [eHeTM4ecKoe TeCTUPOBaHME YNEeHOB cemMen ¢ uanona-
TUYECKMUM AOMMHAHTHbLIM NaTTepHOM HacneacTBeHHocTn NMMK
BbIIBUJIO MOMMMOPPU3MbI, aCCOLMUPYIOLLMECH C peryprutaLm-
€1 MUTPaNbHOro KianaHa, B YaCTHOCTH, TOKYCbl Ha XpOMOCOMax
Xxp.16.p11.2-p12.1, xp.11p15.4, xp. 13931.3-g31.2. And une-
HOB CeMel C MMKCOMAaTO3HOM ANCTPOdUEN MUTPaNbHOIo Kiana-
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Ha xapaKTepHa MyTauus ¢unamuH A reHa (xp.xgq28). Mytauum
B reHe ¢oubpunnuHa-1 (FBN-1) u, pexe, B TCF- peuentop-2
(TGFBR2) Bbi3bIBalOT cuHapoM MapdaHa tmna | u Il cooTBeT-
CTBEHHO, Npu KoTopom NMK — obuee ABneHue.

B nocnegHue roabl reHeTMYECKUE UccnefoBaHUs 60bLION
MeXAYyHapoaHOM rpynnbl Y4EHbIX NO3BOUAN NONYYUTb JaHHbIE
Nno MAEHTUDMKALMM BaXKHOW POSIM FrEHETUYECKMX BapuaLui Ha
NoKkycax LPA B natoreHese 3abofieBaHWM KnanaHoOB cepaua.
YcTaHOBNEHO, 4TO LPA reHoTUN C ANUTENbHbIM NOBbLILEHWEM CO-
aepxaHua Lp(a) B LMPKyIUpyloLwen KpoBu Npu uaeHTMdUKaLmnm
ofHoro nonMmopdmamMa B reHe, peryimpyloliem yposeHb Lp(a),
accouMnpyeTcs He TOIbKO C PUCKOM KOPOHapHOW 601e3HU, HO 1
C YABOEHHbIM PUCKOM aopTanbHOro CTEHO3a B pe3ysibTaTe Kallb-
uMdrKaLmMmn aopTanbHOro KanaHa, a Takxe ¢ Kanbunduralmen
MWTPaNbHOro Konbla (Mpu BbISBNEHWUU ABYX NOAUMOPPU3MOB),
4yTO npegonpegenser Heob6XOAMMOCTb 3aMeHbl KianaHoB Y
B3pocblx Ntogen [6]. CoaBTop paboThbl, AMPEKTOP UccnenoBa-
HWUIM reHoMa B HauMoHanbHOro MHCTUTYTa cepaua, NErKMxX u Kpo-
BM B HaunoHanbHom nHctutyTe 30poBbs CLUA npodeccop Chr.
O’Donnell oTMeTUA, 4TO MeAUKaMEHTOB A9 NPODUNAKTUKKN UK
3amefneHna pa3BUTUA aopTasibHOro CTEHO3a HET, U NoCTaBui
BOMPOC 0 HEO6XOAMMOCTU Pa3PabOTKMN HOBbIX TEPaneBTUYECKMX
CPEACTB.

Pagom uccnegoBaTtenen BbiCKa3biBaeTcs MHEHWE, YTO pe-
3ynbTaTbl TECTUPOBAHUS FEHOB AN151 OLLEHKM PUCKA PasnnYHbIX
3aboneBaHni, 0COGEHHO MOAUIEHHbIX, BCE elé MnpoTuBope-
YMBbI, U OCTAIOTCH COMHEHWS MO WX BanuMAHOCTWU, MPOrHOCTU-
YEeCKOW 3HaA4YMMOCTM M NMONb3bl AN KIMHWYECKON MpPaKTUKK, a
TaKXe OTHOCWUTENbHO OGMO3TUYECKOro acneKkTa TeCTUPOBaHUA
nepcoHanbHoro reHoma [14, 19]. Bo MHorom ato o6ycnosie-
HO MpojomKalwencs naeHTMdUKaLmMen HOBbIX FeHETUYECKMX
pasHoBMAHOCTEN. Kpome TOro, BO3MOXEH U HexenartesbHbli
NCUXONOTMYECKUIM acneKT TPaKTOBKM NalueHTamu pesynbra-
TOB FEHETUYECKOro TECTUPOBAHWS, KOra OHWU He XOTHAT HUYero
npeanpuHUMaTh 419 NPOPUNaKTUKU U CHUXEHUS pUcKa 3a60-
NeBaHMs, TaK KaK «OH MOCTOSIHHO 3anucaH B reHax». YCTaHoB-
JIEHO TaKKe, YTO MHAWMBWAbI MOTYT WCMbITbIBaTb TPEBOMKHOCTb,
€C/IN Yy HUX Ha OCHOBE FeHETUYECKOro TEeCTUPOBaHUSA O6Ha-
pPYXXMBaAETCs PUCK pa3BUTUS onpedenéHHbix 3aboneBaHui, U
CaMOCTOSITENIbHO HayaTb MPUMEHSATb MU3JIUILHWE NS HUX BO3-
[encTBua Ha 340poBbe. MHOIMe NauueHThl, Y KOTOpbIX He 06-
HapYyXeH reHeTUY4EeCKU PUCK 3ab0NeBaHUs, CHMTAIOT, YTO OHMU
MOryT cobntofaTb Takon 06pas KU3HW, KOTOPbIN UM 3axo4eTcs,
1 TaKXKe He NpefnpuHUMAaloT HUKaKUX Mep NpoduiakTuku. Mpu
3TOM He Y4YMUTLIBAETCS, Y4TO BHELHecpeaoBble GhaKTopbl, Takue
KaK aueta, KypeHue, dG1MsnyecKkas NacCMBHOCTb MOTYT 3a4acTyio
OKasblBaTb Haubosbluee BAUAHWE Ha PUCK 3aboneBaHui Mo
CPaBHEHMUIO C reHeTUYECKUM pUcKoM [14]. OgHaKo 3anHTepeco-
BaHHOCTb HaceneHus B MHGopmauumn 0 CBOEM reHoTUNe Hapac-
TaeT, U NoNyYyeHne eé MOXET MOTUBMPOBaTh YENOBEKA OLLEHUTb
CBOWM 06pa3 WM3HU, CBOE NOBeAEHUEe ANs TOro, YToObl CHU3UTL
BbISIB/IEHHbIW PUCK 3aboneBaHus. Yke ony6/IMKOBaHbl Pe3yib-
TaTbl BIMSAHWUSA MONYYEHHON NaLMeHTaMn UHANBUYaNnbHOW reHe-
TMYEeCKOoM MHbOPMaLMK Ha 3a0poBbecbeperatolee NnoBegeHue,
CMOCOOGCTBYIOLLEE CHUKEHUIO PUCKA Pa3BUTUS, HanpuUMep, cep-
[1€4HO-COCYAMCTON NaTonoruu, 601e3Hn Anbrenumepa u gpyrux
3a6oneBaHuin. M.Ouzounian ¢ coaBTopamu [20] onucanu ogHo
13 CBOMX HabMOAEHNI: Y MYX4YUHbI 43 neT 6€3 CUMNTOMOB cep-
[1l€4HO-COCYAUCTbIX 3a60NeBaHUA, HO C OTArOLWEHHBIM CEMEN-
HblM aHamHe3oM no UM u UBC, npodunb reHoma/npoteoma
XapakTepun3doBan 5-kpaTHbii puck UM, 3-kpaTHbii puck CH m
BbICOKMM PUCK pa3BuUTUS deHoTMna no 3TMM 3aboneBaHusAM.
[nqa npefynpexaeHus HeraTMBHOMO BAMSAHUSA 3TUX PUCKOB Obln
paspaboTaH MHAWBWAYabHbIV MaaH NPOPUIAKTUKK, BKIIOYato-
WM U3MEHEHWE NOBEAEHMA U COOTBETCTBYIOLLYIO pUCKaM dap-
MaKoTeparnulio, U 3Ta cTpaTerus ycrnewHo peanmM3oBbiBanach, B
4YaCTHOCTH, B CBA3M C BbICOKOW MOTUBALIMEN NaLMeHTa.

AccouMauunm reHeTUYEeCKOro pucka c¢ ¢daxKropammu
BHELUHEN cpefbl

OpraHu3m obnagaer, No KpavHen Mepe, TPEMSI OCHOBHbIMMU
cTpaternsiMu ajantauuun K BHeWHeW cpefe, obecneynsarowm-
MU BblXUMBaHWe. OfHa cTpaTterns agantaluu K HOBbIM YC/I0BU-
SIM BHELWHEeN cpelbl — 3T0 UBMEHEHUS B MOocneA0BaTeIbHOCTH
onpenenéxHbix nonvnentuaoB B AHK (0T nosiBneHWs HOBbIX re-
HOB 10 NoAMMopdU3Ma NPEXHUX reHoB). Nonnmopduam npouc-
XOAWUT He MeHee YeMm B TedeHne 5000 net. Btropas agantuBHas
cTpaTterns K BHeLWHecpeloBbiM U3MEHEHUAM OCYLLEeCTBNAETCS
B OTHOCHUTENIbHO KOPOTKUM CPOK Yepes3 3nUreHeTUuyecKue Mo-
andrKauum, B NpoLiecce KOTOPbIX MPOUCXOANUT AEKOPUPOBaHUE
HYKNI€OTUAOB, HanpuMmep, MeTUInpoBaHue. 3T MoanduKaumm
3aBeplualTcd U3MEHEHUEM 3KCMNpPeccun reHoB (agantauuen
K BHelHew cpeae). PuHanbHaa ctpaterns agantaumm K usme-
HUBLLENCS BHELWHEN Cpefe — 3TO IKCMPECCUS NPEXHUX FEHOB B
TeYeHWe 4acoB, AHEN UNW Hefesb; B NpoLecce agantauuun npo-
NCXOAAT UBMEHEHUSI B YPOBHE MPOTEMHOB WM UX KaTanuTuye-
CKOM aKTUBHOCTU. CNoco6HOCTL MpoayuMpoBaTb afjanTuBHbIE
U3MEHEHUS B 3KCNPECCUN FTEHOB 3aBUCUT HE TO/IbKO OT Hacnea-
CTBEHHbIX F€HOB, HO U OT GU3NYECKOM aKTUBHOCTU / HEaAKTUB-
HOCTHU U NIOBbLIX 3NUreHETUHECKUX UBMEHEHWUI, NPOUCXOAALLUX B
YXMU3HW YenoBeKa.

OTMETUM, YTO IKCMPECCHUS TEHOB OMNpeaensieT TPaHCAAUMIo
MHbOpPMaLMK, 3aKOAUPOBaAHHOMW B reHe npoTenHa. M3ameHeHus
B 3KCMPECCUM FEHOB B CKENETHOW MYCKynaType npu TPeHUpy-
oKX GU3NYECKMX HArpy3Kax He BbI3bIBAlOT NMOJOGHbBIX U3Me-
HEHWA B PENPOAYKTUBHbLIX KJIETKax, o6ecneymBalolmX BPOXK-
[EHHYI0 ajanTaluuio, TaK Kak TOJIbKO U3MEHEHUS B CEKBEHLIUM
OHK B penpoayKTMBHbIX KNeTKax nepeaalTcs No HacneacTsy.
B uenom, nameHenus B nocnegoBartenbHocti AHK, anureHetu-
yecKaa moandurkaumusa AHK n akcnpeccus reHoB MOryT crnoco6-
CTBOBaTb ajantauuu opraHM3ma K HOBbIM YCIOBUSIM BHELWHEN
cpeasl.

Ewé oKkono 45 net Hasag He 6bl10 U3BECTHO, MOXKET K
dun3nyeckas aKTMBHOCTb M3MEHATb IKCMPECCUI0 TEHOB [ANs
obecneyvyeHnss 6GMOXMMUYECKON adanTaumm K GU3MYECKUM Ha-
rpy3Kam, HO B KOHLEe XX BeKa 6blnn NpoBeaeHbl UccneaoBaHus,
NoKasaBLlWe y4yacTMe reHoB B TaKMX afanTalMOHHbIX NpoLec-
cax, TaKXXe Kak ¥ B gu3afantauuu npu runognHamuu. [osxe
6blIX NOJSTy4EHbI 3KCMEPUMEHTANbHbIE JaHHble 06 yBeNnnYeHun
Ha NpoTsKeHun 12-15 reHepauuin 61aronpuUaTHbIX OTIMYUI BO
MHOXeCTBe OMOXMMUYECKUX U DU3UONOrMYECKUX MNoKasaTe-
Nnen y NoTOMCTBa HETPEHUPOBAHHbLIX KPbIC C BbICOKOW paboTo-
CMOCOBGHOCTBIO MO CPaABHEHUIO C MOTOMCTBOM KpbIC C UCXOAHO
HM3KOM PaboTOCMOCOGHOCTbIO, OnpefenEHHON MpuU Tpeamui-
TecTe. JKCTpanonnpya 3TM AaHHble Ha 4yenoBeKa, 6bl10 npea-
MOJIOXKEHO, YTO HapYLIEHHaa perynsauns OKCUAATUBHbLIX NyTEN B
MUTOXOHAPUAX MOXKET ObITb 06WMM HaKTOPOM, CBA3bIBAIOWNUM
CHWMXEHHYO 061yt a3po6HYI0 EMKOCTb OpraHn3mMa YenoBeKa ¢
MeTaboMYeCKUMH U CePAEYHO-COCYANCTbIMU 3ab0neBaHUAMM.
ECTb MHeHWe, 4YTO reHeTUYecKU AeTepMUHUPOBAHHAsA HU3Kad
aspobHaa paboToCNoCOBHOCTL MpeaonpeaensieT PUCK pasBu-
TUS NOBBILEHHOIO YPOBHS MHOKO3bI, XMPOB, Al — rpynnbl Ha-
PYWEHWIN, KOTOPbIE B COYETAHUWU C TMNOAUHAMUENA, UMMYHHbIM
BOCNaJIEHWEM W HapyLleHWeM MmeTabonmM3ma NpuMBOAAT K atepo-
CKJ1IEPO3Y M CBA3AHHLIM C HUM 3a60/1IeBaHNAM.

dur3nyecKas aKTUBHOCTb BOB/IEKAET B KOOPAMHUPOBaHHOE
QYHKLMOHUPOBAHME HECKONBbKO GU3NONOMMYECKMX CUCTEM, aK-
TUBUPYET B HUX MeTabonnyeckue npoueccol. Ecnu 6a3anbHbin
ypoBeHb MeTabonnama coctasnser 160-290 ma O,/MUH., To BO
BpemMs GU3NYECKON Harpy3KuM OH y ManomnofBUMKHbLIX MONOAbIX
nogen MoxeT yBenuumBatbes B 10 pas, a y 3/IMTHbIX crnopTcMe-
HOB — B 20 pa3. 310 NOATBEPXKAAET, YTO a3pPOOHblIe METAB0N-
YecKkue NyTu ajanTtauuu MNoALEpXKMBAIOT BbICOKME MeTabonu-
Yyeckue 3anpocbl GM3NYecKom akKTMBHOCTH. MpUTOK KMcnopoga
K HWXHUM KOHEYHOCTIM BO BPEMS MaKCUMalibHOW Harpy3ku



yBenunuusaetcs B 40 pas, 4To HaMHOro 60/blue, YEM K BEPXHUM
KOHeYyHoCTAM. 3Ta 0CO6EHHOCTb 3aKpernjieHa reHeTu4ecku (B
NPOLWIOM ANIA BbIXXMBAHUS NIOAAM HYXXHO Obl10 BbICTPO nepe-
[BUraTbCs) M OTpaxKaeT ajanTalumio FreHOB K BHeLLHen cpege [2].
Ho nocTteneHHo HapacTalowas y nofen runoguHamug npusena,
KaK Mbl yXe roBOpuin, K U3BMEHEHMUIO 3KCMPECCUU TEHOB, Bbl-
3bIBast HEMOJTHOLEHHYIO ajanTaLluio U pa3BUTUE Pa3/INMYHbIX 3a-
60oneBaHUNn.

OTHOCHTENIbHO KOHLEMNUMX B3aUMOAENCTBUS «OKpYrKalo-
was cpeaa — reHbl» MPUMEHUTENBHO K 3ab0/seBaHusAM 4eno-
BEKa OTMeYaeTcs, YTO Kawibli UHAMBKUA HacnegyeT cneundu-
YECKYI0 KOMOMHALMIO aCCOLMMPYIOWNXCA C OnpeaenéHHbIMU
3a60/1€BaHNSIMW TEHOB, YTO MPWU COYETaHUU C KOMMOHEeHTaMu
BHelWHeNn cpebl GOPMUPYET OTHOCUTENbHBLIN PUCK MPEBbLILIEHUSA
nopora KIMHUYEeCKMX NPosiBIEeHMI 3aboneBaHuin. lMnoguHamms
npeacTaBaser CBOEro poaa HebnaronpuATHbIM GaKTop BHELL-
Hen cpefbl n aBnsetca OP pa3BuTUA AM3aAanTUBHbLIX 3MEHe-
HWUI 3Kcnpeccun reHoB [2]. Korga puck 3aboneBaHns NpeBbl-
LIaeT Nopor 6MOI0rMYECKON 3HAYNUMOCTH, YenoBeK 3aboneBaet.
Kawabll nHaMBug obnajaeTr CBOMM COOGCTBEHHbIM Habopom
YyA3BUMbIX K 3a60/1€BaHUSIM FEHOB, KOTOPble B3aUMOAENCTBYIOT
¢ paKTopoM runoanHamMuu. Mpu aTOM 1 BO3HWKAIOT HapPYLLEHUS
3KCMPECCHM ITUX FrEHOB, 4TO CNOCOBCTBYET GOPMUPOBaHUIO de-
HOTUMa TOro UM MHOFO XPOHMYECKOro 3aboneBaHus. Hegocta-
ToYyHas dm3nyeckas aKTMBHOCTb HaceneHus, 0COGEHHO B pas-
BUTbIX CTPaHaXx, B CBA3U C BHeAPEHUEM JOCTUKEHUN TEXHUKN B
NOBCEAHEBHYIO M3Hb Ye/I0BEKA, MOBCEMECTHO OTPAXKaeTcs Ha
300poBbe MHAMBKAOB. B CLUA, Hanpumep, HegOCTaTOYHbIN ypo-
BeHb GU3NYECKOMN aKTUBHOCTM COBCEM HEAAaBHO BbIABAANCSA Y
50% B3pocnoro HacenexHus; 25% nogen, TONbKO YTO AOCTUTLLIMX
penpoayKTMBHOIO BO3pacTa, ObiM GU3MYECKM COBEPLUEHHO
naccuBHbl BO BpeMs ocyra, a NpMMEPHO ABE TPETU LKONbHU-
KOB 9-12 KnaccoB He UCMbITbIBAN U MMHUManbHOW NOTPeBGHO-
CTU B PU3MYECKON aKTUBHOCTU. XOTH GOJIbLUIMHCTBO COBPEMEH-
HbIX eTEN U NOLPOCTKOB B Pa3BUTbIX CTpaHax He Hy>KaatoTcs B
GU3NYECKON aKTUBHOCTH N5 BbXKUBAHUSA, UM AN COXPaHEeHUs
3[0POBbS OCTPO HEOOXOAMMbI GU3NYECKME HArpy3KuM B Yacbl
focyra, Haye ausafanTuBHblE U3MEHEHUSA 3KCMPECCUU reHoB
npuBeayT K pacnpocTpaHeHHOMY GopMuUpoBaHUiO GEHOTUMNOB
TEX UM UHbIX 3a60neBaHUN.

Hanpuvmep, reHeTMyeckne Bapuauuun HykneapHoro ¢ak-
Topa 4-anbda reHa renaTtoLMTOB acCOLMMPYIOTCSA C MPOrHO30M
avabeta Tvna 2, 0co06eHHO B COYETAHUN C OXMPEHUEM WU TU-
nogvHamMuen. Xopolen WANCTpaLnen MnoBbILEHHONO PUCKa
pa3BUTUSA TAaKOro NONIUreHHOro 3aboneBaHus, KaK agnabeT Tuna
2, Ha GoHe rMNoANHaMUN U CEMENHOIo aHaMHesa, OTATOLLEeHHO-
ro 3TUM 3ab0sIEBaHUEM, MOXKET CNYXUTb puc. 1.

Ha puc. 1 nokasaHo, YTO XKEeHLLMHbI, OTHOCSLLMECA K rpyn-
ne C HavMeHblleh GU3MYECKOM aKTUBHOCTW, MMEIOT BABOE
60/IbLIMA OTHOCUTESNIbHBIM PUCK pa3BUTUA 3TOro 3aboneBaHus
Nno CpaBHEHUIO ¢ Hanbonee GU3NYECKN aKTUBHLIMU KEHLMHA-
MU. Bo Bcex aHanM3unpyembIx rpynnax *eHLMH, eciim XoTts 6bl y
OJHOro U3 poautenen B aHamHese 6bin gnadeTt Tmna ll, oTHoCK-
TefbHbIN PUCK 3TOr0 3a60neBaHUs 6bl1 HAMHOIO BhbILLE, HEM NPU
poautenax 6e3 auaberta, 1 3TOT PUCK Y KEHLUH C HAaMMEHbLUEWN
PU3NYECKON aKTUBHOCTbIO Obll Ha 65% Bblle, YEM Y BbICOKO
PUBNYECKM aKTUBHbIX XEHLWMH. TakMM 06pa30oM, BPOXKAEHHbLIV
pUCK AnabeTa TMna 2 ycyryonaertcs HegoctaTo4yHoM GUanyeckom
aKTUBHOCTbI0. B BO3HMKHOBEHWK AnabeTa Tuna 2 60/bLlIoe 3Ha-
YeHue MMeeT yMeHbLUEHUE MIIOTHOCTU Cy6CapKOIEMHbIX MUTO-
XOHAPUM U UX GYHKLKUA NPU TMNOAUHAMUK, TO eCTb dU3n4ecKas
HEaKTUBHOCTb MOXET UrpaTb posib TpUrrepa mMetabosIMyecKux
OUCOYHKUMIN B OpraHn3Me, B TOM YUCNE, CHUKEHUS YyBCTBU-
TENTbHOCTU K MHCYNIUHY.

BnusaHue nameHeHns obpasa XMU3HU (YMeHbLUEHWE Macchl
Tena, aneta, GuU3nyecKas aKTMBHOCTb) B paMKax [porpaMmbl
npodunaktMkm anabeta oKasanocb BABoe 3hdEKTUBHEE, YEM
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Puc. 1. OTHOCUTENbHbIV PUCK Pa3BUTUS AMabeTa TMna 2 y XKeHLWMH
C pa3HblM ypoBHEM PU3NYECKOWM aKTUBHOCTU B 3aBUCUMOCTHU OT
HanUuus / OTCYTCTBMSA 3TOro 3a60seBaHnsa y OAHOIO UIn
o6oux poauTenen

BO3/€ENCTBUE NIEKAPCTB Ha YPOBEHb MMMKMPOBAHHOIO remMorso-
61Ha, KOTOpbIM, KaK M3BECTHO, OTparkaeT CPEfHIO KOHLeH-
TpauMio MMOKO3bl B KPOBM 3a npeabiayline 2-3 mecsua. Kpome
Toro, y 60nbWMHCTBa MaLMEHTOB rpynnbl U3MeHeHWUs obpasa
XWU3HW, CTaBWWWA HOPManbHbLIM B pesynstate MNpeanpuHATbIX
MEepPONpUATUI YPOBEHb MMIOKO3bl COXPAHANCS Tak1UM U B nocne-
[EeNCTBUU.

NHPopMaL s, M3BnevEHHasa n3 GyHKLUMOHaNbHOIo reHoma,
[OMKHA MCMNONb30BaTbCA Kak Ana NepBUMYHON MPObUNaKTUKKU,
TaK U ans Tepanuu. 19 Tex nauMeHToB, KTO He MOXKET BbINoJi-
HATb PUINYECKUE YyrpaXKHEHUS (NPU Napanieruun, cnaboctu unu
npu 3anpeTte NoBbILLEHHON PU3NYECKON aKTUBHOCTH), AN1s MPO-
GUNaKTMKM 3a6oneBaHNin HEMPaBUIIbHOIO 06pasa XW3HU crie-
[yeT “crnonb3oBaTh AUETUYECKUE U/UnKu dapMaKonormyeckue
BO3AENCTBUS.

Mpobnema n3yyeHus aulaganTtauuu BCleacTBUE B3au-
MOJEeNCTBUA GU3UYECKON MacCUBHOCTU W FrEHOB UMEET Co-
uManbHoe 3HayeHue. [lo3HaHMe MpoueccoB 3TOro B3aWMo-
[eACTBUS Ha MONEKYNIIPHOM YPOBHE MO3BOJIUT OCYLECTBAATb
naeHTuduKaLmio OTBETCTBEHHbLIX 38 pa3BuUTUE 3aboneBaHui
MOMNEKyN, paHHee BbIBNIEHNE PUCKA U NEPBUYHYIO Npobuiak-
TUKY psiia XPOHMYECKUX 3aboneBaHUi Yepes3 ABUraTesbHyto
aKTMBHOCTb [2].

Ha o6uiem ¢oHe BblAenatoTcs NoKa YTo eaAUHUYHbIE NUcche-
[I0BaHUS BIMSHWUSA MONyYEHHON reHeTMYecKon MHbopMaLmm Ha
nBuratenbHoe u nuilesoe noseaeHne nHaneuaos. D.E.Nielsen
n A.EI-Sohemy [19] oTmeyaloT, YTO OrpaHU4YeHMa NOAOGHbIX UC-
CcNnefoBaHUM COCTOST B TOM, YTO OLL€HKU MHAWBWUAYaNbHOIO reHe-
TUYECKOro PUCKa He cneunduyecku cBa3aHbl C 06pa3oM HU3HM
nauneHTOB, U COBETHI, laBaeMble NalunMeHTaM, He NepCoHann3u-
poBaHbl, MO3TOMY U KPUTUKYETCH FEHETUYECKOE TeCTUPOBaHUe
B Lenom. Ho HeaBHWIM onpoc YuTatenen xypHana Nature no-
Ka3zaf, 4To 27% pecrnoHAEeHTOB, UBMEHMBLLUNX OAUETY, 06pa3 K13-
HWU MM BHECLUMX KOPPEKTVBLI B MPUHUMAaEMble MeAMKaMEHTbI B
COOTBETCTBMMU CO CBOMM FrEHOMOM, NOATBEPANIIU, HTO reHeTUYe-
CKast UHbOPMaLMA MOXKET NOBAUSATL Ha NOBEAEHME.

OTHOCWUTENBHO FEHHON Tepanuu cneayet UMeTb B BUAY, YTO
NpU XPOHWYECKUX 3aboNieBaHUAX MYNILTUFEHHOrO XapakTtepa
(KopoHapHaa 60ne3Hb, MHCynbT, Al, NOPOKKU cepaua, AvabeT
TMNa 2, 0CTeonopos, AeMeHUMs U Apyrue), B MaHudbecTauumto
KOTOPbIX BHOCUT BKNaj rmnognHaMung u apyrue paktopbl BHELL-
Hew cpefbl, B Tepanuu Hy)AalTCs MHOMME reHbl, YTO Ha AaHHOM
3Tane pas3BUTUS HayKU He NPeACTaBAsSeTCcs BO3MOMXKHbIM [22].
Kpome TOro, faxe B BbICOKOPa3BUTbLIX CTPaHax rocyfapcTBo He
MOXeT GUHAHCOBO 06ecneyYnTb MHOXECTBEHHOW FreHHOW Tepa-
nuen MUINMOHBI NtoAen ¢ NoAo6HbIMU 3aboneBaHUsAMU. [MoKka
4TO, MO-BMAMMOMY, BO3MOXHO MpoBeleHue WHAWBUAYabHON



[_1 O630ps! u aexmun

reHHOW Tepanuu NPy HEKOTOPbIX MOHOTEHHbIX 3aboneBaHmsX.
Ha gaHHOM aTane posb pPerynsitopoB reHOB MOXET BbINONHATb
exxeaHeBHas GuU3nyecKas Harpyska.

HyTprnoreHoMuKa: nepcneKkTMBbl NEePCOHaNIU3UMPOBaH-
HOro NUTaHUS

B nocnegHee BpeMsi Hayana aKTMBHO pa3BMBATbLCA HY-
TPUreHOMMKa, M3yyallas B3aMMOOTHOLLIEHUS MeXay reHamu
W OMEeTON, BbISIBASOWASA, KaK HYTPUEHTbl AENCTBYIOT Ha QYHK-
LMK TEHOB, a TaKXKe KaK reHeTuyeckue Bapualmu BAUSIOT Ha
nuweBoe NoBeAeHWE YelOBEKa, ero nuuleBble NpeanoyTeHus.
HyTpureHomMMKa — 3TO HayKa O reHeTMYeCKM O6YC/IOBNEHHOMN
CNoco6HOCTU OpraHM3amMa ycBaunBaTtb T€ UK UHbIE BUAbI MULLK U
BO3MOHOCTM C MOMOLLbIO HYTPUEHTOB BWATb Ha @aKTMBHOCTb
nedeKTHbIX reHoB. B page ctpaH, Hanpumep, B KaHage, uccne-
[oBartenv Havyanu yaensatb 6onee npucrtanbHOe BHUMaHWe B3au-
MOCBSI31M reHOMa ¥ NUTaHus. BbiiBNEeH MHTePeCHbIM NapagoKce:
nauMeHTbl B OCHOBHOM BepST, YTO MHAMBUAyaNu3MpoBaHHas
COrNacHoO reHoMy AneTa MOXET MOMOYb CHU3WUTb yHacneaoBaH-
HbI pUCK 3aboneBaHui, a NpodeccnoHasbl HacTpoeHbl 6onee
CKENTUYECKK, B TOM YUCNEe MOTOMY, CHUTAIOT OHM, YTO MONyYEH-
Has NpU TeCTUPOBAHWKU MHAMBMAA reHeTUYecKas MHdopmaumsa
He Bcerga noHsATHa. KakoBbl e JaHHble paHAOMU3MPOBaHHbIX
KOHTPOJIMPYEMBIX CEPUI NO ajanTauuu AUETbl K reHeTUYeCKoMY
npodunlo MHAMBKMAE, U KaKMe BO3MOXHbl pPEKOMeHAauun no
n3MeHeHuo nNutaHua? Mo pesynstatamM MccnefoBaHUs KaHafd-
CKMX creuunanucToB no reHetuke u nutanHuio D.E.Nielsen u A.EI-
Sohemy [19] 6b11n pa3paboTaHbl peKOMEeHAaLUUK MO eXeaHEB-
HOMY paLMOHy, KOTOpble MO PAAY MYHKTOB OT/IMYanuCh OT obLle-
NPUHATLIX. Hanpumep, oblias pekomeHaaumus no notpedneHunio
KopenHa 3BYYMT TaK: A1 MEHLWMWH [OeTopoAHOro Bo3pacTta
— makcumyM 300 Mr/geHb, a ans B3pOC/bIX MyXKYMH — MaKCK-
MyM 400 Mr/geHb. Ons niogen, npoweawmnx reHeTuyecKoe Te-
CTMpPOBaHWe, B TEKCT PEKOMEHJALMN cenaHa BCTaBKa: eCciu y
Bac BbisiBneHa CC Bepcusa CYPIA2 reHa, TO cnegyet orpaHnyunTb
notpebneHne KobenHa He meHee Yem o 200 mr/aeHb. Janee
yKa3blBaeTcsl, 4TO KOPEUH coaepKunTca B Kode, 4Yae, aHepreTm-
Yyeckux Hanutkax. OgHa Heb6onbwas (225 mn) Yyaweyka Kode
coaepuT okono 100 Mr KodbeunHa, a TaKas e YalleyKka Yyas —
oKono 50 Mr KodeunHa. B 355 ma Konbl (1 6yTbiNOYKa) — OKOMO
30 Mr KodeunHa, a B 3HEPreTUHECKNX HanMUTKax coaepxaHne Ko-
denHa konebnetcs ot 80 o 200 Mr B 3aBMCMMOCTH OT EMKOCTH
Tapbl U dUpMbl-u3rotoBuTens». na 95% nogen, NoayynBLLMX
[MeTUYEeCKNe peKoMeHAaLmMK, OHU OblIM MOHSATHbI, MPUYEM ANS
86% OHW 6blIN HOBLIMW, U 3TU JIIOAN XOTENN BOoNblle 3HaTb O
CYTU 3TUX peKomeHaaumnmn. TonbKo 9% M3 HUX CYUTANM, YTO reHe-
TM4YecKas MHbopMaLuums, JaHHas UM, Bbi3biBana 6€CrnoKoncTBO.
370 uccnegoBaHWe NPOAEMOHCTPUPOBANO, YTO IOAN UHTEpE-
CYIOTCA HYTPUOrEHOMMUKON, U 4YTO AMETUYECKME PEKOMEHAALMK
(KOHEYHO, HETONLKO B OTHOLWEHUM NOTPEBNEHU Kode), AaHHble
Ha OCHOBE WX COBCTBEHHOIro reHoma, 6onee nosesHbl, 4em 06-
e ans Bcex pekoMmeHaaumu. PesynbraTtbl 3TOM0 UccnegoBaHms
MOKa3blBaloT, 4TO MOJI0Able B3POC/ble 04N MOIyT MO3UTUBHO
BOCIMPUHATL HACTynaeHWe HOBOW 3pbl NePCOHANIN3UPOBAHHOMO
nNUTaHMs, 4YTO CTAaHOBMTCH BO3MOXHbIM Gnarogaps ycnexam B
nepcoHanu3auun reHoma.

dapmakoreHOMMKa /11 NepcoHa/IM3MpoBaHHOW Meau-
LiMHbI

Mbl HE MOXEM He YMOMSHYTb, YTO F€HOMMUKa OTKpbIBaeT
nepcneKkTMBbl MHAMBUAYANU3UPOBAHHOW MeAULMHbI, YynpaB-
NIEHNS, NPU HEoBXOAMMOCTHU, FEHETUYECKUM MNpPodPUIEM KarK-
[I0r0 YyenoBeKa He TONbKO Ans NPOodUNaKTUKKU, HO U ANns neve-
Hus. lNpeacrtaBnsieTcd HEOOXOAMMBIM [JanbHenwee pasBuTUe
dapMaKOreHoOMMKH, y4uTbiBas HeBocnpunumynsoctb 30-60%
NauneHToOB K PEKOMEHAyEMbIM JieKapcTBaM, HemnonHow 3d-
GEKTUBHOCTY MEAMKAMEHTOB WK JaXKe UCKaXKEHHbIX peaKLui
Ha HWX, YpeBaTblX 3HAYUTENbHbLIM YXYALWEHUEM COCTOAHUS 340-
poBbs [15]. YcTaHOBNEHO, YTO aHTUKOArynaLMOHHbIM Npenapar

BapdapuH UMeET y3KNN ananas3oH Mexay 3PdEeKTUBHOCTbIO U
TOKCUYHOCTbIO, U ONMAaCcHOCTb OC/IOXHEHW 3aKJloyaeTcs B 60/1b-
Wwon BapuaTMBHOCTM 3OPEKTUBHOM AN  WHAMBWAOB [A03bl.
PuCK KpoBOTEYEHUI MpU NMpUEME peKOMeHAYyeEMbIX 403 Bapda-
pUHa accouuupyetcs ¢ nonumopduamMom B LmTOoxpome P450
CYP2C9. CYP2C9 — 310 3H3MM, OTBETCTBEHHbIN 32 METAa60/IM3M
BapdapuHa, U BbiIBleHWe Nonnmopdr3ma CBUAETENLCTBYET O
HapyleHun ero MeTabonnama. B AHrnuu, Hanpumep, yactota
deHoTMNa CHUKEHHOro MeTabonnama BapdapuHa coctaBnseT
0Kono 3%. PUCK OCNOXXHEHUN B BUAE KPOBOTEYEHWUW WM, Ha-
060poT, TPOMG030B COCYZ0B M TPOMOG3IMOBOIMK OCOBEHHO Be-
MK Npu nogbope 3adPeKTMBHOM A03bl BapdapmnHa B TeYeHue
nepBoro roga nevyexus. OgHako 3a Npobnembl ¢ LO3MPOBAHUEM
BapdapuHa OTBETCTBEHHbI U PYrne 0COGEHHOCTU reHoTUNa Unn
HereHeTn4yeckue daktopsbl, Tak Kak CYP2C9 accoumnpyetcs ¢
YKa3aHHbIMW OCNTOXKHEHWAMM ToNbKO B 10-20% cnyyaeB ux pas-
BUTUSA. Hanpumep, npu geduunte npotenHa C unun ero kodakro-
pa, npoTerHa S, nocne BBeAeHMa BapdapuHa oTMeYaeTcs pas-
BUTME HEKPO3a TKaHeMN.

MOXHO NPUBOAUTL U ApYrue NpUMepbl CBA3U HEIPDEKTUB-
HOCTU WKW OCNIOXHEHWW MPWU UCMONb30BAHWW MHOMMX NeKap-
CTBEHHbIX MpenapaTtoB C reHOTUNOM / GEeHOTUMOM, HO 3TO He
BXOAMT B 3aja4vy AaHHOM cTtaTbh. OAHO3HAYHO OAHO — NepcoHa-
NM3UpPOBaHHas NIeKapCTBEHHasa Tepanus Ao/KHa OCHOBbIBATb-
Csl Ha pesy/ibTatax TecTupoBaHusa dapmakoreHoma [5, 17].

B 3aKknioyeHne oTMETUM, YTO reHeTmyeckas uHdopmauuns
Nno PUCKY 3abosieBaHU M BbIGOPY NOAXOAAWMX ANS UHAMBMAA
NleKapCTB BOCMPUHUMAaETCS UHAMBUAAMU 6onee CEPbE3HO, YEM
CBefeHna no HyTpuoreHomuke. OfHaKo, B AHIMIUK, Hanpumep,
OCBEAOMJIEHHOCTb HacefleHUs Mo reHeTUY4eCKOMy TecTUpoBa-
HUI0 HU3Kaa (13-24%). B EBpone 3anHTEpECOBaHHOCTb Hace-
NleHUs B NPOBEAEHWUU TECTMPOBAHWUA NEpPCOHaNnbHOro reHoma
COCTaBAsEeT B pa3Hblx cTpaHax 50-66%. MccnenoBaHus, npose-
[leHHble B nocnegHee BpemMs B BennkobputaHum n CLLA, BbisSiBUY-
JIN, 4TO MOJIOAbLIX B3POC/bIX Ntofen aTa npobnema 3aTparvsaer
ellé coBeplleHHO HegocTaTo4yHo. Heo6xoanMMo LWMpoKoe pac-
npocTpaHeHWe Hay4yHO-0O60CHOBAHHOMW, HO MOHATHOM 4S9 Ha-
ceneHvsa nHdopmaunm Nno 3HaYeHUIo TeCTUPOBaHUA UHANBUIY-
anbHOro reHoma Ans BblBNEHUS HACNEeACTBEHHbIX TEHAEHLUN
K pa3BUTUIO psifa pacnpoCTpaHEHHbIX XPOHUYECKMX 3aboneBa-
HUI C LUenbto NNaHUpoBaHUA NyTen Ux NPorHo3a u paHHen nNpo-
GUNAKTUKM eLLEé B JOCUMNTOMATUYECKUI Nepuroa, a Npu KINHK-
YyecKow maHudecTaunn 3aboneBaHna — noabopa ageKBaTHbIX
reHoMy MeJMKaMEHTOB.

Mporpecc B TEXHONOMUSAX ONpeaeneHns reHoma obecneymn
BO3MOMXHOCTb MHbOPMaLWMWU UHAMBUAOB OTHOCUTENbHO FEHETH-
YECKUX OCOBEHHOCTEN UX POAOCTIOBHON, PUCKaA pa3BUTUA 3a60-
NleBaHWM, a TaKKe 0 CnoCo6HOCTU MeETaboNN3MPOBaTb HYTPUEH-
Tbl U NekapcTBa. OgHaKO reHeTUYecKoe TeCTUPOBaHMeE MoKa YTo
He BCeM A0CTynHO: HanpuMmep, B CLLA ero ctoumMocTb cocTaBns-
et o1 $99 no $2000, B LLBelapcKon AKageM1Mn aHTMBO3pPacT-
HOW MeAMLMHBI, Mo nNporpamme «Ball reHeTM4YecKnin nacnopT», —
8750 wBenUapcKkux ¢ppaHKoB, B MOCKOBCKOM LEHTpe More-
KYNSIPHOM FEHETUKM, CTOUMOCTb OTAENbHbIX TECTOB Ha AaHHbIN
MOMeHT cocTaBnseT ot 500 go 2000 pybnew, a TecTUpoBaHue
reHeTM4yecKoro Nnpoduns cepaevHo-cocyanucTblx 3a6onesaHnin —
7000 py6nen.

BHeapeHve TreHeTMYecKoro CKpPUHMHIa 3HaMeHyeT Cco-
60/ Havyano HOBOM MapaguvrMbl B MpodunaKTUKe, B MNepByto
oyepenb, 3aboneBaHui cepaua. [eHeTMYecKoe TecTUpoBaHue
WHOMBWAOB C CEMENHOM WCTOpWMEN Kapauo- U LepebpoBacKy-
NAPHbIX 3a60M1€BaHUI UK C APYrMMU haKTopaMm pUCcCKa ux pas-
BUTUS [JOMKHO NMPOBOAUTLCA B TOM BO3pacTe, Korja elé Bo3-
MOKHa apdeKTBHaa NnpodunaxkTMKa: y My>KYMH BO BTOPYIO-Tpe-
TbIO ieKaJy WU3HW, ECIN HE paHblle, Y XKEHLWMH — nepes NATon
nexkagow [22].

[EHOMWKa M HyTpPUreHOMWKa SBASIOTCA TaKKe COoCTaBis-



IOLMMM COBPEMEHHON MPEBEHTUBHOM aHTUBO3PACTHOM Me-
AMUMHBL. B 3py reHoMWKM nepcoHanu3vpoBaHHas MeauLuuHa
BK/IOYAET TeHEeTUYECKYl0 MHOPMaUMIO AN AOCTUMKEHUS [0-
NMOJTHUTENBHOIO ycrnexa NPOPUIaKTUHECKNUX U TepaneBTUYECKNUX
cTpaTernn B acnekte adheKTMBHOCTH, 6€30MNacHOCTH U NPOAOSI-
UTENBHOCTU NIeYeHus.

lNepcoHann3oBaHHasi MeAMUMHA Ha OCHOBE TEHETUKM M
3MUreHETUKM MOXKET CbirpaTb BEAYLLYIO PONb B HaLMOHAaNbHbIX
1 rno6anbHbix pedopmax 34paBoOOXPaHEHUS YiKe B BAnKanLeM
OyayLiem, 0CO6EHHO B OTHOLIEHWM Kapauo- u Liepebpococyau-
CTbIX 3a60/1eBaHNi, 6UYY COBPEMEHHOCTH.
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