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Ocb! makanada OeHcayrblx cakmay canacbiHO0a eeHemukaHbl kondaHy Heeisei Macenenepi manxbinaHadbl. “Human
Genome” npoekmi ap b6ip adamea MONEKynsp/bl-2€HEMUKabIK «Naccnopmy xacay XoHe uHOueudyandbi eeHOMHbIy
cunammamacsiHa xapall eM mazalbiHday MymkiHAik 6epli. [eHOMHbIH HyKmesik e32epicmep -nonMopghusm, Mymayusinap
XubHmblebl, 03 [JHK Hbiy OepekxopbH «2eHemukanblx naccnopmy Oen amaliObl. [eHcaynbix caxmay canacbiHOa
2eHemuKaHbl KondaHy Hezidei Macenenepi aypy-cbipkaynapObly anObiH anybiHO0a eeHemuKasblk MecmepiHiy KondaHybl
marnxbinaHadb!.
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The increasing development of genetic technology has shown great promise for medicine in the diagnosis, treatment and
prevention of disease. The “Human Genome” project has opened up the possibility of molecular-genetic "passport” for each
patient and to choose effective treatment based on the individual characteristics of its genome. A collection of data on the
presence in the genome of an individual's specific point changes (polymorphisms, mutations), a database of their own DNA,
figuratively called the "genetic passport", and the main tasks of public health. In this review, we discuss the potential applica-
tions of genetics in the context of identifying susceptibility to disease and of core public health functions in disease preven-

tion.

lMepcoHanuaupoBaHHas, Wnu WHAMBMAYaNM3npoBaHHas
MeauLMHa OCHOBaHa Ha MPUMEHEHWM 3HaHNA 1 pa3paboTok
FEHOMWKM, MOMEKYNAPHON B1ONoruM u reHeTuku ans aua-
THOCTMKW, Tepanin 1 npocunakTuki bonesHen n NporHo3a
COCTOSIHUS 3[10POBbS YemnOoBeKa.

B nocnepgHue rogbl oTMedeHo OypHoe passuTue B 06-
nacTn MOMEKyNsAPHO-TEHETUYECKMX TEXHONOMMN. ITn [o-
CTUKEHWS NPUBENW K BbINOMHEHMIO NpoekTa «[eHoM Yerno-
Beka» (‘Human Genome Project”), 4onrocpoyHbIM uccne-
[OBaHWAM MO KapTMPOBaHWO FEHOB W OMpeseneHuo no-
CrefoBaTenbHOCTY reHoMa Yenoseka [1-3]. «I'eHeTusaums»
MeaWLMHbI NpUBENa K NOSBNEHWI0 MONEKYNAPHON MeauLm-
Hbl. [ocregHss, B CBOIO O4epedb, Aana Hayano HOoBbIM
HanpaBneHuaM MeOULMHCKON HayKW, OOHUM U3 KOTOPbIX
ABNAETCA NPeauKTUBHAA (MpedckasaTenbHas) MeauuuHa
[3-6]. Ee, B oTnMumMe OT MeauUMHbI NeYebHon 1 gaxe npe-
BEHTWUBHOM, YMECTHO paccMaTpuBaTh Kak nepBblil U Hanbo-
nee paHHWA 3Tan aKTWBHOTO BO3AEWCTBWS YeroBeka Ha
CBOW OpraHu3M C Lienbio CBOEBPEMEHHOW KOPpeKLmuu no-
TEHUManbHO BO3MOXHOWM NaTonorii WNW NaTororMveckoro
npotecca.

KoHuenTyanbHylo OCHOBY NMPeaWKTUBHOW NepcoHan1aun-
POBaHHON MeaWLMHbI COCTaBNSAOT NPEACTABIEHNS O reHe-
TUYeCcKoM nonumopuame. B otTnuume ot mMyTauuit, npuso-
AALLMX K NaTONOrNYECKAM U3MEHEHUAM WU CHUXAIOLLNX KN3-
HECnoCcobHOCTb, reHeTUYEeCKUA NONMMOPAU3M NPOSBNSET-
s B (PEHOTMNE MeHee OTYeTIMBO. BMecTe ¢ TeM, reHeTu-
Jeckuin nonumopdmsM Janeko He Bcerga  ABMSETCA
HerTparnbHbIM, 3HAYUTENbHO Yalle OH MPWBOAMUT K NosBre-
HWIO BenKoBbIX MPOAYKTOB C HECKOMBbKO M3MEHEHHBIMW (-
3UKO-XMMWYECKAMU CBOMCTBAMU W, COOTBETCTBEHHO, Nnapa-
MeTpamu yHKLMOHABHON aKTUBHOCTMU.

lNepcoHannsupoBaHHas MeauuuHa OpWeHTUpoBaHa Ha
KOHKPETHOrO nauueHTa ¥ npeanonaraeT nepcoHanbHoe
NnaHupoBaHne 340POBbS, WHAMBWAYAMbHBIA BbIGOP MeTo-
[0B mpocunakTuky, obHapyxeHust 1 neveHus 3abonesa-
HWA, @ TaKkKe BbISBIEHWE WHAMBULYANbHON NOABEPKEHHO-
CTM K NpogpeccroHanbHbIM 1 CPEAO0BbLIM (hakTopam pucka.

PacwucpoBka reHoma 4ernoBeka OTKpbiNa BO3MOX-
HOCTb COCTaBWUTb MOIEKYNSAPHO-TEHETUYECKAN «NAcNopT»
kaxgoro 6onbHoro n nopobpatb 3dheKTUBHOE NeveHne
NCXoO4s W3 VHAMBUOYanbHbIX OCOBEHHOCTEN ero reHoma
[3,5]. CoBOKYNMHOCTb AaHHBIX O MPUCYTCTBUM B TEHOME WH-
QVBMOYYMa OMPEAENEHHBIX TOYEYHbIX W3MEHEHUA (nomu-
Mopcu3MoB, MyTauui), unm «cHunoB» (0T aHrn. SNP -
single nucleotide polymorphism), unu WHAMBULOYamNbHYIO
Basy [HK-gaHHbIX, OTpaxalowylo YHWKarbHble TreHeTuqe-
CcKkine 0CODEHHOCTM KaXJoro YenoBeka, ero npegpacrono-
KEHHOCTb K TEM WNM WHBIM HACMEeACTBEHHBIM U MYNbTU-
hakTopuanbHbIM 1 apyrum 3abonesaHnsm obpasHo Hasbl-
BalOT «reHeTUYeCcKUA nacnopT yenoseka» [3,5,7,9]. Mosce-
MECTHOE BHELPEHUE B COBPEMEHHYIO MeOMLMHY METOLOB
MOMNEKYNSAPHOI ANarHOCTUKM YXe CAEeNano peansHon ugeto
co3faHms reHetudeckoro nacnopta. OH yxe cyllecTyeT de
facto, n 4iCno reHeTMYeCKMX TECTOB, COCTABMSOLLMX €ro
OCHOBY, ObICTPO yBenMuMBaeTcs. B TeueHue Xu3HW WH-
hopmaumio B «reHeTUYeCKOM NacropTe» MOXHO Nonon-
HSATb.

SNP - ogHoHykneoTugHble nosuum B AHK, ans koto-
PbIX B HEKOTOPOI MOMYMNALMM CYLLECTBYIOT pa3nuyHble Ba-
pWaHTbl nocrnefoBaTenbHOCTEN (annenu), npudeM peakui
annernb BcTpeyaeTcs ¢ yactoton MeHee 1% [8]. B xoge
peanusauuu nporpammbl «FeHOM yenoBekay Oblno BbIsiB-
neHo bonee 4 MUMMMOHOB TakUX BEPOSTHbIX Touek [1-3].
OTO 03HayaeT, YTO Ha KaxObli reH YenoBeka MpUXoguTcs
HECKONbKO BO3MOXHbIX MonuMopguamoBs. [loaTomy, Bbli-
SIBMB TONbKO 3TV MeCTa W He npuberas kK NONHOMY aHanmuay
MOCNeAOBaTENBHOCTH BCEro MEHOMa, MOXHO JaTb 3aKIio-
YeHWe O CTaTyCe reHeTUYECKOro annapata VHAMBUAYyMa.

OcobeHHOCTH CekTpoB NONMMMOpPMU3Ma pasHbIX reHOB
B 3aBWCUMOCTI OT reorpadpmyeckix ycroBum, AneTbl, paco-
BOW (3THMYECKOI) MPWUHALNEXHOCTM M MP. YKa3blBAKT Ha
[EiCTBME €CTECTBEHHOrO 0TOOpa, T.e. B ONpEedeNieHHbIX
YCIOBMSIX MOMMMOP(M3M FeHOB MOXET Mpeapacnonaratb,
nmbo, HaobopOT, NPENATCTBOBATL NPOSBIEHMIO Pa3NnYHbIX
3abonesaHuit. [eHbl, annenbHble BapUaHTbl KOTOPbIX Mpu
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HanuumMu OnpedeneHHbIX YCMoBWA npegpacnonaranT K
onpegenexHsIM 3abonesaHusaM, NoMyYmnu Ha3BaHWe reHoB
npeapacnonoXeHHoCTM [5,7].

Takum 0Bpas3om, «reHbl NPeApacnonoXeHHOCTUY - 3TO
MYTaHTHbIE FeHbl (annenu), KoTopble COBMECTUMbI C POX-
AEHWEM W XW3HbIO B MOCTHATanbHOM Nepuoge, HO Mnpw
onpenenexHbIX HebnaronpUATHbIX YCNOBMSX COCOBCTBYIOT
pasBUTUIO TOrO UMK MHOMO 3abonesaHus. IMeHHO annens-
Hble BapWaHTbl FeHOB «MPeapacnoNoXeHHOCTUY COCTaBNs-
0T OCHOBY TaKuX YacTbIX MynbTUdaKTOpuanbHbIx 3abone-
BaHWN KaK aTepocknepos, uwemmyeckas bonesHb cepaua
(MBC), ocTeonopos, auabet, bpoHxmansbHas actma, onyxo-
mm v np. Covetanns annenbHbIX BapyaHTOB PasfNyHbIX
FEHOB, BOBIEYEHHbIX B Pa3BUTHE KaXOOW KOHKPETHOW na-
TONOMM, NONYYUNIN Ha3BaHWUE «TEeHHbIX ceTeny [5-7].

CocTaBneHwve reHHO CeTW Ans Kaxgoro MynbTudakTo-
puanbHoro 3aboneBaHus, MOEHTUMKALMS B HEN LieH-
TpanbHbIX TEHOB M rEHOB-MOAM(UKATOPOB, aHanua acco-
Uuaumum 1x nonmmopduama ¢ KOHKpPETHBIM 3aboneBaHunem,
paspaboTka Ha 3TOM OCHOBE KOMMMekca mpodunakTuye-
CKX MEPOMPUSATUIA ANS KOHKPETHOTO NaLMeHTa COCTaBnSIoT
OCHOBY NEPCOHANM3NPOBAHHON NPEAUKTUBHON MELULMHI.

B HacToslLiee Bpems, kak Noka3sbiBaeT aHann3 MUPOBOM
nuTEpaTypbl, YKE MOryT MPUMEHSTLCS B KITMHUYECKON
npakTuke okono 150-200 reHeTU4eCKMX TeCToB M paspabo-
TaHbl NaHemnM reHeTUYeCKMX TECTOB AN MHOMMX Haubonee
yacTbIX MynbTUdaKTOpPMarbHbIX BonesHen [5-7].

[eHeTMYeCKOE TECTMPOBAHWE HACMEACTBEHHON npea-
PaCMONOXEHHOCTU YKe JOCTATOYHO LUMPOKO MPaKTUKYeTCs
BO MHOMMX YacTHbIX NabopaTopusix W AWarHOCTUYECKWX
LeHTpax 3anagHoi Esponbl u Amepuku. [eHeTuueckoe
TECTMPOBAHME C LENMbI BbIBMNEHUS] HACNEACTBEHHON
NpeLpacrnonoXeHHOCTN K pasnuyHbIM MymnbTUdakTopuanb-
HbIM BonesHsm B Poccun TOMbKO HAuMHAETCs W cocpeno-
TOYEHO B eAWHNYHBIX MEAUKO-TEHETUYECKMX NabopaTopusx
Mocksbl, CankT- MeTepbypra, Ybl, Tomcka n HoBocubup-
cka [9].

B KasaxctaHe npoBogsTcs OTAENbHbIE MCCREAoBaHNs
MO BbISBMEHMIO TEHETUYECKON NPEeApacnonoXeHHOCTN K
3abonesanusm [10]. Hamu B HauvonansHon nabopartopum
BuotexHonorum npn HUB PK KH MOH PK nposogsrcs uc-
CrefoBaHNa MO W3YYEHWH TEHETUYECKON npeapacnono-
KEHHOCTU K paKy MOMOYHON Xenesbl, KONOpeKTanbHOMY
paky, OCTEONopo3y, CepAeyHO-COCYANCTLIM 3aboneBaHmusM,
U3yyeHne nexkapcTBeHHOW ycToiumsocT K M.tuberculosis,
HayaTbl UccneaoBaHus no hapMakoreHoMuke BapdapuHa,
HenepeHoCHMOCTM NaKTo3bl, U APYrUM cocTosHUAM [11,12].

Cnucok GonesHeln ¢ HacneacTBEHHOM npegpacnono-
KEHHOCTBK) U COOTBETCTBYHOLUMMI UM TEHHBIMI CETAMU W
annenbHbIMW BapuaHTaMu OTHENbHbIX [EHOB, BKIOYAET
Bonee 25 BonesHei, B TOM YnCne M Takne pacnpoCcTpaHeH-
Hble, kak uwemuyeckyio 6onesHb cepaua (MBC), caxapHbii
pvabeTt, rmnepToHuyeckas 6oneaHb, pak MOIOYHON Xene-
3bl, PaK Nerkoro, pak MpeacTaTenbHON Xenesbl, HapkoMa-
HUI0, BPOHXMANbHY0 acTMy, OCTEONOPO3 U HEKOTOPbIE ApY-
rve.

['eHeTMYeCKOE TECTUPOBaHWE MPOBOAUTCS TOMLKO AMs
Tex GonesHelr, Ans KOTOpbIX B MpeABapUTEnbHbLIX MCCre-
L0BaHUAX cpean BonbHbIX yxke Obina nokasaHa Hecnyyai-
Has accoumauunst HEMOMHOLEHHOMO annens ¢ COOTBETCTBY-
toweit 6onesHbio, U Bbinu NPoBefeHbl NOACHETHI SMMUPH-
4eckoro pucka passuTusl 3abonesaHus. BaxHo nopyepk-
HYTb, YTO CaMO Hanuume HebnaronpusTHOrO annens He
MO3BOMSET CyaNUTb HXA O BPEMEHU Havana 3abonesaHus, Hu
0 ero TSKecTW. Henb3s Takke yTBepkaaTth, 4To obcneaye-
Mblii HaBepHsika 3aboneeT MMeHHO 3Toi 6onesHbio. eHe-
TUYECKOe TECTMPOBaHWE B [OCHMMTOMATMYECKUIA Nepuos

[aeT BO3MOXHOCTb BbISIBUTb CYLUECTBYIOLLE NOKA TOMBKO B
reHoMe HacneaCTBEHHbIE TEHAEHLWM K pa3BuTHio ByayLLmx
HonesHen u, Ucxoas U3 COBPEMEHHOrO Bpa4YebHOro onbiTa,
HaMETUTb MyTU UX PaHHEN NPOUNaKTHKK.

B pesynbTaTe obcnenoBaHus naumeHT moboro Bospac-
Ta MOXET MONyuuTb MHAOPMALMO O BO3MOXHOM puUCKe
pasBUTUS Y HETO YKa3aHHbIX 3aboneBaHuit, a Bpay, NpuHu-
Mas  BO  BHUMaHue  pesynbTaTthl  MOMEKYMsApHO-
FEHeTMYECKOro aHanuaa, - paspaboTatb TakTUKy naToreHe-
TU4eckn 0BOCHOBaHHOW ynpexJatoLien Tepanuu, TO eCTb
BHECTU  HEOOXOAMMYI0  MEAMKAMEHTO3HYK — KOPPEKLMO
BPOXAEHHOro MeTabonuyeckoro aedekTa.

Tak, HasHa4yeHWe WHrMBUTOPOB AHrMOTEH3UHKOHBEPTM-
pytowero depmeHta (ACE) (angiotensin  converting
€Nzyme) M aHTaroHUCTOB PELIENTOPOB K aHMMOTEH3uHy Il y
naumeHToB ¢ BbisBNeHHbIM DD-reHotunom ACE aptepu-
arnbHOW rMnepTeHsnen U HavanbHbIMK NpU3HaKkamu nopa-
KEHWSI  OpraHOB-MULIEHE 06YCNoBNEHO CMOCOBHOCTbIO
3TUX npenapaToB MPOTMBOLENCTBOBATL NponudepaTye-
HbIM W NPEeCCOpHbIM 3hdhekTam aHrmoTeHamHa |l He Tonbko
B COCYQMCTON cuCTeMe, HO 1 B kapanomuountax [13]. LaH-
HbIii NOAXOA CriedyeT paccMaTpuBaTh kak Hanbonee agek-
BaTHYI0 MEAUKAMEHTO3HYK NPOMUNAKTUKY AUCEHYHKUMMA K
MnepTpoumM NEBOrO Xenyaouka, rMnepToHnyeckoi 6o-
nesnu, MBC 1 3acToHON cepaeyHoil HegoCTaTOYHOCTH Y
nmy ¢ DD-reHotunom ACE. Hanpumep, yxe ceivac Bo3-
MOXXHO MPOTHO3MPOBATb Pa3BUTUE MLLEMWYECKON DOnesHu
cepaua B pesynbTaTe BbIBMEHUS rEHETUYECKON npeapac-
MOMNOXEHHOCTU K AUCAUNUOEMUN C Pa3BUTUEM aTepocKne-
po3a COCYAOB, K HapyLUEeHWo CBepTbiBAIOWENA CUCTEMb
KpoBW M mpolecca pubpnHonMaa, K AMCHYHKLUMM 3HLOTE-
nug U PeMOAEnMpOBaHUI0 COCYOUCTON CTEHKM, TMNEPTPO-
(v U peMOAEenupoBaHMIo MUOKapaa NeBOro Xenyaouka
[14]. B pspe cnydaeB y nauneHTa OXwaaeTcs BbICOKUM PUCK
pa3suTus MH(apkTa muokapaa go 40-50 net, npuyem Be-
POSTHOCTb pas3BuUTUs daHHoi dopmel NBC npu onpepge-
NEHHbIX annernbHbIX BapuaHTax reHoB Pe3ko BO3pacTaeT B
cnyyae YpeamepHomn dmandeckoin Harpysku [15]. A reHeTu-
YeckM [EeTepPMUHMPOBAHHbIE BEHO3Hble TPOMBOaMOONMM
HEpeaKo CTAHOBATCA OCMOXHEHUAMU XMPYPIUYECKUX BME-
LIaTensCTB, NEPENIOMOB, MPUEMa KOHTPaLenTUBHbIX npe-
napatos [16] n T.M.

Pa3BuTie aptepuansHOW runepTeH3ny NporHo3npyeTcs
C YY4€eTOM BO3MOXHOMO MOBLILLEHUS TOHYCA PE3UCTUBHbBIX
COCYO0B BCrELCTBUE ycurneHus 06pasoBaHus aHrNOTEH3u-
Ha Il, 0bycroBMEHHOrO reHeTUYECKN AETEPMUHUPOBAHHbIM
BO3pacTaHWeM CMHTE3a aHIMOTEH3UHOTrEHa U YBENMYEHNEM
aktmsHoctn ACE [13].

/13BeCTHa BbICOKas YacToTa BCTpeyaemMocTy annens E4
reHa anonunonpotenHa E y nuu, ctpagatolimx 6onesHbio
Anbureiivepa [17]. ViccnegoBaHue annenbHbIX BapuaHTOB
YKa3aHHOro reHa MOXeT MO3BOMUTL CYANTb O PUCKE Pa3Bi-
Tus 6onesHu Anbureimepa [17].

CnepyeT 0TMETUTD, YTO BbISIBNIEHWE ML, FPYNMbl BbICO-
KOro pucka [0 NOSIBMEHUs! MPU3HAKoB 3aboneBaHus UMeeT
NPUHLMNWANbHOEe 3HAYeHWe Ans NPaBUIbHOrO MEAMKO-
FEHETUYECKOr0 KOHCYMbTUPOBAHWS C NOCAEAyLLMM Npo-
BEeAEHMEM CBOEBPEMEHHOW W afieKBaTHOM ynpexpaatoLlen
Tepanuu.

YCTaHOBNEHO, UTO Y KYPUMbLUMKOB, UMEKLLUX AeneLum
B reHax GSTM1 u GSTT1 u, kak cneacTaue, OTCYTCTBUE
3TUX (hepMEHTOB, pUCK 3ab0NeTb pakom NErkix NPUMEPHO
B 3 pasa BblILLE MO CPABHEHMIO C Kypunblykamu 6e3 gedu-
unta atux cepmentoB [18]. Ewe Bbiwe (noutn B 20 pas)
PUCK paKa MOIOYHOW Kenesbl Y KypALLMX XeHLUWH ¢ fedu-
umtom  GSTM1  wn  wmegneHHom  dopmoir  N-
auetuntpaHcdepasbl (NAT-2) [19].
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Wccnegosanue oHkoreHa L-MYC nokasano Bsaumo-
CBSA3b ero nonuMopduama ¢ pa3suTueM nponudepaTUBHbIX
NpOLIECCOB, B OCHOBHOM, B MNETKMX U B MOMOYHbIX Xenesax,
a Takke ¢ BbICTPbIM BOBMEYEHWEM B MPOLECC MeTacTasu-
poBaHus numdatudeckux ysnos [19]. Mpoayktom reHa
CYP-19 aBnsetca apomatasa. Kak U3BeCTHO, (PepMEHTHBbIN
KOMMMEeKC apomaTtasbl OTBEYaeT 3a NpeBpalleHue aHapo-
reHoB C19 B acTporeHbl. M3MeHeHue aKkTWBHOCTM reHa
CYP-19 sBnsetcs BaXHbIM MEXaHU3MOM ayTOKPUHHON
perynsauum pocta onyxonu. Wccnegoeanne annenem reHos
CYP-17 n CYP-19 no3BonsieT NporHo3vMpoBaTth PUCK paseu-
TS OMyXOnen NPeUMyLLEeCTBEHHO B MOMOYHBIX Xenesax
[19]. W3yyenne annenen reHa p53 no3sonser CyauTb O
MOMHOLIEHHOCTY €ro CynpeccopHomn YHKLMM B Cnyyae pas-
BUTUS nMponudepaTMBHLIX NpoLleccoB B opraHuame [20].
Pacnpegenenve annenei reda agpeHopelentopa koppe-
NMpYeT C aKTMBHOCTbIO COOTBETCTBYIOLIErO peLenTopa, a
MOBbLILLIEHHAs aHAPOreHHas CTUMYNALMS SBNSETCH OOHOW
U3 NPUYMH Pa3BUTUA paka NpefcTaTenbHON Xenesbl 1 xa-
paKkTepu3yeTcs BbICTPBIM METacTa3MpoBaHMEM MEPBUYHON
onyxomm [21].

AnnenbHbI NOAMMOPGNU3M MHOMX APYTUX FEHHbIX NO-
KycoB 0OHapyxMBaeT HECOMHEHHYIO accouuaumio ¢ anabe-
TOM, aTepoCKNepo3oM, rMnepToHuyeckoin GonesHoto, MBC,
MHOTUMM MCUXUYECKMMM 3a00NeBaHNAMMU.

Takum o6pasom, B HACTOsILLEe BPEMS yXe Ha OCHOBE
MMEILMXCA OaHHbIX BMOMHE ONpaBAaHHO TeCcTMpOBaHWe
MHOrWX reHOB, accoLmMaLmio annenei KoTopbixX C TSXeNbIMU
3aboneBaHNsIMM MOXHO CYMTaTb [okasaHHoWh. Haw cob-
CTBEHHbIN OMbIT M aHann3 CocTOsiHUS Npobrembl B MUpe
ybexnatoT B TOM, YTO YXe CErofHst BO3MOXHOCTW MpeuK-
TVBHOI MEOMUMHBI BECbMA 3HauMTENbHbl. B Grimkanwmve
rogbl NPorHo3upyetcst GypHbIA POCT 3TOMO HOBOMO Hamnpae-
neHusi. iHaMBMayanbHbIN NOAXOS K NALMEHTY, OCHOBAHHbIN
Ha HayyHOW WHTepnpeTauuu pes3ynbTaToB reHETUYECKOro
MCCNEROBaHWA U WX COMOCTABMEHUS C AAHHBIMW KIMHUYE-
CKMX, NabopaTopHbIX W WHCTPYMEHTamNbHbIX METOAO0B WC-
CNeaoBaHNs NO3BOJISIET OCYLLECTBUTb PAHHION AWarHoCTy-
Ky TEHETUYECKM [EeTEePMMHUPOBAHHBIX MHOrOGaKTOPHbIX
3abonesaHunit U NPeanoXuTb MakCUManbHO 3PMEKTUBHYIO
Cxemy NpounakTUYeCcknx M nevebHbIX MeponpusaTuin ans
NpeaynpexaeHns passuTHS NaToNOrMYECKoro npoLecca.

Takum 0Bpasom, cerogHs Kaxaplii YenoBek MOXET no-
NyYnTb JOCTATOYHO NONHYK MHGOPMALMIO 00 YHUKAMbHBIX
0COBEHHOCTSIX CBOErO reHOMa, B TOM YMCHE U O COCTOSHWM
CBOMX TEHOB «MPeapacrnonoXeHHOCTUY. BakHO OTMETUTD,
YTO TrEHeTWYecKkas kapta B MOMHOM BapWaHTe [OSXHa
BKMIOYATb pe3ynbTaTbl WCCMEOBAHWS HE TOMbKO TEHOB
NPeApacnonoXeHHOCTU, HO 1 BECCMMMTOMHOTO HOCUTENb-
CTBa MyTaUWi reHoB Hambomnee YacTbiX HACMEeCTBEHHbIX
BonesHein (remodunim, MyKOBUCLMAO03a, EHUNKETOHYPUM
n gp.). Kpome TOro, Takom macnopT LOMKEH cogepkartb
WH(OpMaLMIO O KapuoTUNe nauueHTa, a Takke ero yHu-
KamnbHbIA TeHeTUdeckuin Homep. B Gnwkanwem 6yayuiem
TaKOM reHEeTUYECKIUA NaCMopT MOXeT ObITb PEKOMEHAO0BAH K
NPUMEHEHWIO B KIMHWYECKOW MNpaKTWKe, a FEeHETUYECcKoe
TECTUPOBaHWE CTaHET CTOMb Xe PYTUHHbLIM, KaKk 1 apyrue
nabopaTopHble aHanu3bl (OMpeaeneHue rpynmbl KpoBM W
pe3yc-hakTopa, TeCTbl Ha MHGEKLMOHHbIE 6OnesHu v np.).

CornacHo pekomeHgaumsm BO3, reHeTnyeckoe TecTu-
POBaHWE [OMKHO NMPOBOAWTLCS C y4eTOM A0OPOBONLHONO,
CO3HATENbHOTO cornacus Tectupyemoro [21]. dopmansHo
9TO 03HayaeT, UTO BaxHas reHeTUdyeckas WHGopmMaLms
MOXET ObITb MOMy4YeHa CpaBHUTENbHO NO3JHO, korga ee
nonesHoCTb An1s obcnegyemMoro u ero 6nmakux popcTBeH-
HWKOB Y€ B 3HauMTENbHON Mepe yTpayeHa. OgHako, npu-
HUMasi BO BHUMaHUE 3Ha4YeHWe 3TUX AaHHbIX NS 300POBbS

pebeHka, rapMOHWYHOTO (DOPMUPOBAHWS €ro IIUYHOCTH,
paLyoHarnbHOroO NuTaHns, adeKTMBHOrO 0bpasoBaHus,
CMOPTUBHBIX 3aHATWW, ONTUMAnbHOW NPOCOPUEHTALNN 1
np., COCTABMEHNE TaKoro reHeTUYEeCKoro nacnopTa B paH-
HeM BO3pacTe NpeLCcTaBnseTCs BMOMHE OnNpaBAaHHbIM yxe
CceroaHs.

Henb3s UCKIYNTb, YTO N0 MEPE PELLEHUS STUYECKMX 1
coumanbHbix Npobnem, CBA3aHHbIX C  WUCCNEefoBaHUSMM
reHOMa YenoBeka, reHeTM4eckoe TecTupoBaHue 6yaet
NPOBOAUTLCA 3HAYUTENBHO Yalle W B Bonee paHHeM BO3-
pacTe, 4eM PEKOMEHIYETCS B HACTOSILLEE BPEMS.

CocraBneHve reHeTM4eckoro nacnopta noboro obbe-
Ma NS 4eecrocobHbIX rpaxaaH SOMKHO NPUBETCTBOBATL-
ca. [aHHbIn MeOuUMHCKNA [QOKYMEHT okasan Obl Cylie-
CTBEHHYIO MOMOLLb NPU NPOBEAEHUM 3KCMEepTU3bl COCTOS-
HWS 300POBbSA NOAPOCTKOB, @ TAKXe OLEHKN NOTEeHLUManbHo-
ro pucka pasBuTusa psga 3aboneBaHni y OHOLEN Npu3biB-
HOro Bo3pacTa.

UpesBblyaliHO akTyanbHbIM NPeACTaBNAETCS reHeTnYe-
ckoe TecTupoBaHue Ans 6yayLinx cynpyros, CNoOpTCMEHOB-
npoceccroHanoB, ntogen aKCTpemarbHbIX npodeccuin u
nUL, NPOCTO 3aMHTEPECOBaHHbIX B MHGOpMaLuM o cob-
CTBeHHOM reHome. CepbesHo obcyxpaaetcs 6onbluas npak-
TUYECKas 3HAYMMOCTb TEHETUYECKOW KapTbl BepemeHHO
9.

PeanbHas nomb3a OT reHeTMYeckoro nacrnopta MOXET
ObITb MOMyYeHa TOMbKO B TOM CMy4ae, €CNM reHeTUYECKoe
TECTMpOBaHuWe ByaeT 3aBepLuaTbCs NOMHOLEHHOM KOHCYMb-
Tauuein  BbICOKOKBANUULMPOBAHHOIO — CcreuuanucTa no
MEONLMHCKON FeHeTUKe, C COOTBETCTBYIOLMMN PEKOMEH-
pauvsmu onis nevallero Bpada v 4ns naumeHta. Otm pe-
KOMeHOaUMu [JOMXKHbl KacaTbCH He TOMbKO KOHKPETHOW
NaTonorvm, HO 1 HOCUTb 3HAUMTENbHO Bonee pa3BepHyTbIN
Xapaktep, cogepxatb MH(opmauuio, Heobxogumyo Ans
MaKCUManbHO 3(@EKTUBHON MOMHOLEHHON W 30OPOBOM
TBOPYECKOM X13HM obcneayemoro. B cnyyae ycTaHoBneHus
(haKTOB HACMEeACTBEHHON NPEeApacnofoXeHHOCTU K TOMY
unn nHoMmy 3aboneBaHuio 0COBEHHO BaXHOW MpeAcTaBns-
eTcs pa3paboTka KoMnnekca KOHKPETHbIX AMarHOCTUHECKMX
MaHUNynAaumMiA 1 nevebHO-NPOUNaKTUYECKNX pPeKoMeHaa-
LW, HanpaBMneHHbIX Ha NpejoTBpalleHne pa3BuTUs Mpo-
rHO3MpyeMbIx 3abonesaHni y obcnegyemoro.

B psge cnyyaes, 0COBEHHO MpU AOCUMNTOMATUYECKOM
TECTMPOBaHMM, NOMyYeHHbIEe pe3ynbTaThl MOTYT MOBMEYb 3a
coboi KOHKPeTHble PekoMeHZaLuM Mo NpoguUnaKkTUke Toro
unu nHoro 3abonesanus. o Mepe YTOUHEHMS W yBenuye-
HWS YnCna reHHbIX CeTel Pa3nuyHbIX MyrnbTudakTopuanb-
Hbix 3abonesaHui Bce Bonee 0BbekTMBHAsA MHGOpMaLmMs
MOXET BbITb MOMyYeHa C MOMOLLbIO FEHETUYECKOTO TEeCTH-
POBaHUS W B OTHOLUEHUW TakWX YacTblX W TPYAHbIX ANs
neyeHus 3abonesaHuii kak auabeT, 0CcTeonopos, 3HLOMET-
puo3, acTMa, aTepocknepos u MHorve Aapyrve. [lokasa-
TemnbHO, 4TO NO MHUUMaTMBe BcemupHoi OpraHusauum
3ApaBooxpaHeHus yxe U3faHbl Cepun METOAUYECKUX pe-
KOMeHaLmit N0 JOKMUHUYECKOMY BbISBMEHWIO ML BbICOKO-
ro pucka TpomMBOUNUKM, TUNEPXONECTEPUHEMIM, TEMOXPO-
maTo3a, Aeduuuta anbal-aHtutpuncuna [21].

VoeHTudukaums BCeX reHoB YenoBeka, OTKpbITWE C
MoMOLYbI0 BMOMHCOPMATMKN HOBLIX TEHHBIX CETEN, Heus-
MEpPUMO YBENMUYMT BO3MOXHOCTU FEHETUYECKOro TecTupo-
BaHUs HacneaCTBEHHON NpeapacrnonoXeHHOCTU U MEeAMKO-
FeHETUYECKOrO KOHCYNbTUPOBAHUS.

[NepcoHannaupoBaHHas MeauLMHA MO3BONUT PeLUMTb
TPU aKTyanbHbIX BOMPOCA CUCTEMbI 3[PABOOXPAHEHUS:
Bnarononyuve nauueHTa B cMbicne 3adhdeKTMBHOTO M bes-
OMacHOro neveHus, NpochunakTuky 3aboneBaHuii, a Takke
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9KOHOMMIO (PMHAHCOBBIX PECYPCOB M BPEMEHU Kak Meau-
LIMHCKIX paBOTHUKOB, TaK M NaLMeHTOB.

3akntoyeHue

lMepcoHanuavpoBaHHas MeauuMHa, NpeankTuBHas Me-
AULMHA, MEAMULMHA, OCHOBAHHAS Ha KIMHUYECKOM NOHUMa-
HAWM DYHKUMA FEHOMA, €r0 COCTaBHbIX YacTei - reHHbIX
aHcambreir M MHAMBMAYanbHbIX [EHOB, TONMbKO Aenaet
nepsble warn. Mo mepe MoeHTUMUKALMNA HOBbLIX FEHOB 1
FEHHbIX CETEN, BbIACHEHWUS UX (OYHKUMIA C MOMOLLbK Npo-
TEOMMKM, HOBbIX AaHHbIX O MeTabonuueckux nyTax, WH-
copMaLM O MOMEKYNAPHbIX MEXaHu3Max, nexaiimx B
OCHOBE TEX WNK MHbIX MOP(OreHeTUYECKUX NPOLIECCOB,
PaBHO KaK W OTAEeMNbHbIX 3ab0neBaHuin, 0COBEHHO MyMnbTy-
thakTopuanbHbIX, POfb NPEAUKTUBHON NEPCOHANM3MPOBAH-
HOM MeauMUMHbI B 30paBoOXpaHeHun bygeT CTpeMUTENbHO
BO3pacTarb.

BaxHo Takke 0bpaTUTb BHUMaHWE Ha HAMETUBLLWIACS B
nocnegHee BPeMs paspbiB MEXAY peanbHbIMIA BO3MOXHO-
CTAMMW FEHETUYECKOrO TECTUPOBAHUS KaK KOMMIEKca Mose-
KyNSIpHBIX METOLOB U SIBHbIM HELOCTATKOM MPOAYMaHHbIX
KMWUHUYECKUX PEKOMEHAALMA, KOTOPbIMKA [OMKHO 3aBep-
waTbCs Kaxmoe reHeTnyeckoe Tectuposanume. LLupokoe
MpUBMEYEHNE K PELIEHMIO STUX BOMPOCOB CMELManiCToB Mo
MEJMLMHCKON TeHeTUKe, KOMMETEHTHbIX B BOMpOCax AMC-
naHcepusauum 1 apmakoTepanun, a TaKke Bpaden-
KMWHULMCTOB COOTBETCTBYHOLLEr0 npoduns (Kap4vonoros,
OHKOIIOr0B, MyNbMOHOMOrOB, aKyLLEPOB-TUHEKONOMOB 1 Ap.),
BMafewLwmx OCHOBaMM MpOUNAKTUYECKON (MPeauKTHB-
HOM) MeduLMHbI, B HacTosliee BpeMms npeacTaBnsieTcs
0cobeHHO akTyanbHbIM. Bonee Toro, cnegyeT NogYepKHyTb,
yTO NMt060E reHeTUYECKoe TECTUPOBAHWE B pamkax npeayk-
TUBHOW MeAMLMHbI ONpaBAaHo NULWb B TOM Cryyae, korga
€ro pesynbTaTthl NOAKPENNEHbI CEPbE3HBIMIA MEANLIMHCKN-
MW pekomeHgaumsmu. Camo no cebe reHeTn4eckoe TecTu-
poBaHWe, He MOAKPenneHHoe KBanuduLMpoBaHHOW Mean-
KO-reHeTMYECKOI KOHCYMNbTaLmei, a npyu HeobxogumocTu, 1
peKOMEeHAaLUNAMU COOTBETCTBYIOLLMX CMELManuCcToB, nu-
LUEHO CMbICNa 1, Mo 6OMbLIOMY CYeTY, MOXET BbITb TONbKO
BpeaHbIM. B TO xe Bpems HeobXo4uMO yuuTbIBaTb BO3HM-
KaloLiMe 3TMYeckue, NpaBoBble M COLpanbHble BOMPOCHI.
Heobxogumo HayyHo obocHoBaTb M paspaboTaTb METOLO-
nornyeckue noaxodbl K MpodunakTuke MynbTdakTopu-
anbHbIX 3abonesaHuii B KasaxctaHe ¢ nMosuuumin CoBEpLLEH-
CTBOBaHUSA MeANKO-TEHETUYECKO CnyxObl, OpraHusauum
30paBOOXPaHEHMUS C Y4eTOM HAKOMMNEHHOr0 MMPOBOTO OMbl-
Ta.
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