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B nocneaHue roabl oTMeveHo BypHoe pasBuTMe B 0bnactu
MOJEKYNAPHO-TEHETUYECKNX TEXHOMOIMA. OTW JOCTUXKEHUA
NPWUBENW K BLIMNOMIHEHUIO NpoeKTa «eHOM YernoBekay (‘Human
Genome Project”), 4ONrOCPOMHBIM UCCEQOBaHUAM NO KapTu-
pOBaHUIO FEHOB U ONPEAENEHUI0 NOCIEL0BATENBHOCTU FrEHOMa
yenoseka [1-3]. OTHOCUTENBHO NPOCTasd TEXHONOMMA, Takas Kak
nonuMmepasHo-UenHasa peakumsa (MLP) gocTynHa ang nayyeHus
reHETUYECKMX BapuaLMili MHOTMX JTOKYCOB reHa C WUCMOofb30Ba-
Huem AHK, BbigeneHHO M3 HeOOMNLLUOrO KONM4ecTBa TKaHelh
YeroBeka (Hanpumep, OykanbHbIX KIETOK, NATEH KPOBW, LIENBHOM
KpoBu) [4]. CoBepLUEHCTBOBaHMWE MrEHETUYECKUX TEXHOMOMIA Npn-
BEMO K LUMPOKOMY pa3Ho0bpa3uio METOA0B reHOTUMUPOBaHMS,
BKIOYaoLMX (hepMeHTaTUBHbIE METOALI — Pa3nuyHble BUAbI
MUP (RFLP, AFLP, nurupoBaHue, annenb-cneyndmnyHble 30HA b
nT.4.), NMUP c getekymeit B pexxmume peansHoro Bpemeru (Real
time PCR), xuMmn4eckne MeToabl - CEKBEHUPOBaHNE, MUHUCEK-
BEHUpOBaHUe, nupocekBeHnpoBaHne, AHK rubpungnsalyuoHHbIi
aHanua, reTepofynekcHbId aHanua, husndeckne MeToabl -
MacC-CNEKTPOMETPUYECKOE CEKBEHUPOBaHME U Apyrue [5-7].
Bce GonbLue HabupatoLee TEMMbI Pa3BUTUE FEHETUMECKUX TEX-
HOMornin nogaeT GonbLUMe Haaexabl ANA MeAULMHEI B obnactu
ZLVarHoCTWKK, NIEYEHNS M NPOUNaKTUKK BonesHeil.

«eHeTU3aLMA» MEeAMLUMHLI NPUBENa K NOABIIEHNIO MOIEKy-
NAPHON MeaULMHbI. [TocneaHAs, B CBOIO ovepefb, Aarna Hadyaro
HOBbIM HanpaBneHUAM MEAULIMHCKON Hayku, OOHUM M3 KOTOPBIX
ABMNAETCA NPEAMKTMBHAA (NpefckasaTenbHag) MeguunHa[3,5,7].
Ee, B oTnn4me oT MeLMUMHEI Ne4ebHON 1 Aaxe NPEBEHTUBHOIA,
YMECTHO paccMaTpuBaTh Kak nepsblid M Hambonee paHHUiA aTan
aKTVBHOTO BO3AENCTBMA YerloBeKka Ha CBOIA OpraHnam C Lefbio
CBOEBPEMEHHO KOPPEKLMM NOTEHLMANbHO BO3MOXHO naToso-
MK UK NaToNorM4YecKoro NpoLecca.

KoHuenTyaneHylo OCHOBY MPefWKTUBHOW MeAWLUMHBbI CO-
CTaBNAIT NPeACcTaBlieEHNs O FEHETUYECKOM Monumopdurame.
B oTnnume oT myTauui, NpuBOAALYMX K NaToONIOrM4ECKUM U3-
MEHEHUSAM U CHIDKAIOLLMX >XU3HECNOCOOHOCTb, rEHETUYECKNIA
nonMMopdn3M MpoABAETCS B (DEHOTUNE MEHEE OTYETIUBO.
BmecTe ¢ Tem, reHeTU4eckuiA nonmmopdnam Aaneko He Beerga
ABNAETCA HEWTParnbHbIM, 3HAYUTENBHO Yalle OH NPUBOAMT K
NoSBreHNIO BenKoBbIX NPOAYKTOB C HECKOMBKO UBMEHEHHLIMU
(pM3NKO-XMMNYECKUMIN CBOWCTBaMU W, COOTBETCTBEHHO, Napa-
MeTpamm hyHKLMOHANbHOW aKTUBHOCTH.

PacLumdpoBka reHoma YernoBeka OTKpblla BO3BMOXHOCTb CO-
CTaBUTb MOIEKYTIAPHO-TEHETUYECKMIA «MAcnopT» kaxaoro 6one-
Horo n nogodpaTb 3 HEKTUBHOE NEYEHNE UCXOAS U3 UHANBUAY-
anbHbIX 0cobeHHocTel ero reHoma [3,6]. COBOKYMHOCTbL AaHHbIX
0 NPUCYTCTBUU B reHOME MHAMBWAYYMa OMNpeneneHHbIX TOYEHHbIX
N3MEHEHWI (NONUMOPEU3MOB, MyTaLMiA), UM KCHUMOBY (OT aHrr.
SNP — single nucleotide polymorphism), unu niamemayansHyto
6a3y JHK-paHHbIX, OTpaXatoLLylo YHUKanbHbIE reHeTUYeckue
0COBGEHHOCTM KaXKJOro YenoBeka, ero npeapacnorioXeHHOCTb
K TEM UMW UHBIM HacnefCTBEHHLIM U MyNETUaKTOPUabHEIM
u Lpyrum 3aborneBaHnAM 06pa3HO Ha3bIBaKT «rEHETUYECKUNA
nacnopt Yenoseka» [3,6,8, 10]. [MoBceMeCTHOe BHeapeHUe
B COBPEMEHHYI0 MEAMLWHY METOLOB MOMEKYNAPHOW AuarHo-
CTUKM YXe caenano pearnsHON MAelo Co34aHUA reHETUYECKOro
nacnopta. OH yxe cyLyecTByeT de facto, 1 Yncro reHeTuHecknx
TECTOB, COCTaBMALLUX ero OCHOBY, BBICTPO yBenu4MBaeTCA.
B TeueHMe XKuU3HU MHDOPMaLMIO B «TEHETUMECKOM MacnopTe»
MOXHO MOMOSHATE.

SNP — ogHOHYKneoTUAHbIE nosnumm B HK, AN KOTopLIX B
HEKOTOPOI NOMYNALMK CYLLECTBYIOT PasnuyHbIe BapuaHThl No-

CrefoBaTenbHOCTEN (annenu), NpUYem PeKUi annens BCTpeYa-
€TCA ¢ YacToTol MeHee 1% [9]. B xoae peanuaauum nporpammesl
«l'eHom yernoBekay G0 BhIABMEHO 6oree 4 MUNIMOHOB TaKMUX
BEPOATHbIX TodeK [1-3]. ODTO 03HaYaET, YTO Ha KaXAbli reH Ye-
1noBeKa NPUXOANTCA HECKONBKO BO3MOXHBLIX MONUMOPEU3MOB.
MosToMy, BLIABMB TOMNBKO 3TU MeCTa U He npuberas K NOrHOMY
aHanuay nocrefoBaTeflbHOCTU BCErO reHoMa, MOXHO aTb 3a-
KIoYeHMe O CTaTyce reHETUYECKOro annapara MHAVBUAYYMa.

OcobeHHOCTN CNeKTPOB NonuMopduama pasHbiX reHOB B
3aBUCUMOCTM OT reorpadU4eckux yCrnoBui, AWETbI, pacoBoi
(STHMYECKOI) NPUHALMNEXHOCTU U NP. YKasblBaloT Ha AeiicTBue
€CTeCTBEHHOro 0Tbopa, T.€. B ONpPefeNeHHbIX YCIOBUSAX Mo-
nuMopU3M reHOB MOXET npeapacnonararb, nbo, HaoboporT,
NPensTCTBOBaTb NPOABIEHNIO PA3NUYHLIX 3aboneBaHuid. [eHbl,
annenbHble BapuaHTbl KOTOPLIX NPU HanM4umu onpeaereHHbIX
yCrioBUiA npeppacnonaratoT K onpefernieHHbIM 3aboneBaHunam,
Nony4urin HasBaHWe reHoB NpeapacnonoXeHHocTH [6,8].

Takum 06pa3oM, «reHbl MPeAPAacMonOoXEHHOCTUY - STO My-
TaHTHLIE TEHbI (annenu), KoTopble COBMECTUMBI C POXEHNEM
W XWU3HbIO B MOCTHATANEHOM NEPUOAE, HO NPU OnpefeneHHbIX
HebnaronpuSATHLIX YCNOBUSX CNOCOGCTBYIOT pa3BUTUIO TOrO
Unm nHoro 3aboneBaHns. VIMeHHO annenbHble BapuaHThl FeHOB
«NPEAPACNONOXEHHOCTU» COCTaBMAOT OCHOBY TaKUX YacTbiX
MynbsTUdakTopuansHbIxX 3aboneBaHuii kak aTepockepos, uile-
mMudeckan 6onesHb cepaua (MBC), ocTeonopos, AnabeT, 6poHXK-
anbHasa actMma, onyxonu n np. CoveTaHns annenbHbIX BapuaHToB
pasnuYHbBIX reHOB, BOBMEYEHHEIX B PA3BUTUE KaX 40N KOHKPETHON
naTonornn, NONy4nrin HasBaHWe «reHHbIX CeTel» [6-8].

CocTaBrneHune reHHOW CETU ANA KaXKA0ro MyrsTudgakTopuarns-
Horo 3aboneBaHns, UAEHTUGMKALMA B HEl LEHTParbHbLIX FEHOB U1
reHoB-MoAnMKaTOPOB, aHanMa accolmaLmm ux nonumopduama
C KOHKpeTHbIM 3aboneBaHueM, paspaboTka Ha 3TOW OCHOBe
Komnnekca NpohunakTU4eckux MeponpuaTUiA AN KOHKPETHOTO
nauueHTa COCTaBMAT OCHOBY NPEAUKTUBHON MEAULIMHLI.

B HacTodllee BpeMs, Kak NnokasbiBaeT aHanv3 MUpPOBONA
NUTEPATYPLI, YXKE MOTYT NPUMEHATLCA B KIMHWYECKON NpaKkTuke
okono 150-200 reHeTnMyecknx TeCToB U paspaboTaHbl NaHenu
reHeTUYECKUX TECTOB AN MHOMUX Hambonee 4YacTbiX MysbTW-
hakTopuanbHelx SonesHei [6-8].

leHeTU4eckoe TeCTMpOBaHWE HacnefCcTBEHHOW npeapac-
MOMOXEHHOCTM YK€ AOCTATOYHO LUMPOKO NPaKTUKYETCH BO MHOTUX
YacTHbIX NabopaTopnsax U ANarHoCTUYECKUX LieHTpax 3anagHoi
EBponbl n AMepuku. FTeHETUHMECKOE TECTUPOBaHNE C LENbIO Bbl-
ABIIEHNS HacNeACTBEHHON NPeapacnonoXeHHOCTU K pasniniHEIM
MynbsTudakTopuansHelM 6omnesHam B Poccun TOMbKO HavuHa-
€TCA U COCPEOTOMEHO B €AUHUYHLIX MEAUKO-TEHETNYECKNX
nabopatopuax CaHkT- MNeTepbypra, Mocksbl, Ybl, Tomcka 1
HoBocubupcka [10].

B KasaxcTaHe NpoBoASTCS OTAENbHLIE UCCMELOBaHNS MO
BbISBMEHMWIO TEHETUYECKOIN NMpespacronoXeHHOCTU K 3abone-
BaHuam [11].

Cnncok 6onesHel ¢ HacnesCTBEHHON NpeapacnonoXeHHO-
CTbIO M COOTBETCTBYIOLLMMM UM FEHHBIMW CETAMU U annenbHbIMN
BapuaHTamMu OTAENbHBIX FeHOB, BKITtovaeT 6onee 25 6onesHeil,
B TOM YMCIIE U TaKMe pacnpOCTPaHEHHbIE, KaK ULLIEMUYECKYIO
6onesHb cepaua (MBC), caxapHblii AnabeT, rMnepToHnYeckas
GonesHb, pak MOMOYHOW Kereabl, pak NIErkoro, pak npeacTarerb-
HOIA Xernesbl, HapKkoMaHuio, BPOHXMANEHYIO acTMy, OCTEONOPO3
U HEKOTOpPbLIE ApYTUeE.

leHeTUYEeCKOe TECTUPOBaAHME NPOBOAWUTCA TONMbLKO ANA Tex
GonesHeld, ANA KOTOPLIX B NpefBapuTENbHBIX UCCIENoBaHNSAX
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cpeawu 6ornbHbIX yxe Gblna nokazaHa HecrnyvailHasa accoumayms
HEMOIMHOLIEHHOro anmnens ¢ COOTBETCTBYIOLLEN BOMe3HbIO, U
ObINU NpoBeAeHbl NOACHETHI SMMUPUYECKOTO pUCKa pa3BUTUSA
3aborneBaHus. BaxHo Nog4yepkHyTh, YTO caMo Hanuyue Hebraro-
NPUATHOrO arnsens He NO3BONAET CyAWTb HU O BPEMEHU Havarna
3aboreBaHns, HU 0 ero TAXKECTU. Henbas Takxke yTBepXaTh, UTO
obcrieayemblii HaBepHsAKa 3aboneeT MMeHHO 3TOR BonesaHbio.
[eHeTMYecKoe TeCTUPOBaAHME B AOCUMMTOMAaTUYECKUIA NMepuos
[LaeT BO3MOXHOCTb BLIABUTb CyLLIECTBYIOLLME NOKa TOSNBKO B FEHO-
Me HacnefCTBEHHbIE TEHAEHLMM K pa3BUTULO OyayLLMX GonesHei
U, UICXOAS M3 COBPEMEHHOIO BpayebHOro onbiTa, HAaMETUTL NyTU
WX paHHel NpounakTUKu.

B pesynsrate obcnegoBaHns nauueHT nioboro Bodpacta
MOXET NOMY4YUTb MHPOPMALIMIO O BO3MOXHOM PUCKE pa3BUTUSA y
Hero ykasaHHbIx 3aboneBaHuid, a Bpad, MpMHUMas BO BHUMaHue
peaynkTaThl MOMEeKynApHO-TeHETUMECKOrO aHanmaa, - paspabo-
TaTb TaKTUKY MaTOreHeTu4eckn oBOCHOBaHHOW ynpexaatoLen
Tepanuu, TO €CTb BHECTU HEOOXOAMMYIO MEeLMNKaMEHTO3HYHO
KOPPEKLMIO BPOXAEHHOTO MeTabonuyeckoro aedekTa.

Tak, Ha3Ha4eHne MHIMOUTOPOB aHTMOTEH3UHKOHBEPTU-
pytowjero gepmerTa (ACE) (angiotensin converting enzyme)
W aHTaroHNCTOB PELIENTOPOB K @aHMMOTEH3MHY |l y nayueHToB C
BblsBneHHbIM DD-reHoTunom ACE aprepuancHoii rmnepreHauneii
W HayarnbHbIMY NPU3HaKaMM1 NOPadKEH WS OpraHOB-MULLEHEN 00y~
CIOBINEHO CNOCOBHOCTLIO 3TUX NPENapaToB NPOTUBOAECTBOBAThL
nponng epaTMBHLIM U NPECCOPHLIM 3hhekTam aHrmoTeH3nHa Il
He TONMbLKO B COCYAUCTOR CUCTEME, HO U B KapanomuounTax [12].
HaHHbI noaxoa cneayer paccmaTtpmBaTh kak Haubonee afek-
BaTHY0 MEAUKAMEHTO3HYO MPOUTAKTUKY AUCYHKLMK U runep-
Tpod UK NEBOTO Xenyo4ka, rmnepToHnyeckoin 6onesHn, MEC u
3aCTOVHOW cepaeqHol HegocTaToMHOCTU Y Nl ¢ DD-reHoTMnom
ACE. Hanpumep, yxe ceildac BO3MOXHO NPOrHO3NpoBaTh pas-
BMTWE ULLEMUYECKON DOMNe3Hn cepaLia B pesyrsrare BbiABMEeHUS
rEHETMYECKON NpeapacnonoXXeHHOCTU K AUCTIUNIMAEMUN C pas-
BMTWEM aTEPOCKIEPO3a COCYA0B, K HapyLLEHUIO CBEPTLIBaIOLLE
CUCTeMbI KPOBU U NpoLiecca hunbprHonuaa, K ANchyHKLUM 3HL0-
TENUA 1 PEMOAENNPOBAHUIO COCYAUCTON CTEHKW, rMNepTpodum
1 pEMOLENMPOBaHMIO MWOKapaa eBoro xenyaouka [13]. B page
CnyyaeB y NauWeHTa OXWAAETCH BLICOKWIA PUCK PasBUTUS WH-
hapkTa Mmokapga 4o 40-50 neT, npuyem BEpOATHOCTL pasBUTUS
AaHHol popmbl MIBEC npu onpeaeneHHbIX annenbHbIX BapuaHTax
reHoB PEe3Ko BO3pacTaeT B Cryyae Ype3mepHoil (husmyeckoi
Harpysku [14]. A reHeTUYeCKN AETEPMUHNPOBAHHLIE BEHO3HBIE
Tpom60oamMB0onMmn HepeaKo CTAHOBATCH OCIIOXHEHUAMU XUPY prut-
YeCKMX BMELLATENLCTB, MEPENOMOB, NPUeMa KOHTpaLENTUBHbIX
npenapatos [15] u T.0.

Pa3BuTne aprepuancHoOi rMNepTeH3nn NMpPorHo3npyeTcsa ¢
YYETOM BO3MOXHOIO MOBLILLEHWUSA TOHYCa PE3UCTUBHbLIX COCYA0B
BCIEACTBUE ycUneHns obpasoBaHns aHrmoTeHaunHa ll, obycros-
TIEHHOTO FrEHETMYECKN |ETEPMUHUPOBaHHbLIM BO3pacTaHeM CUH-
Te3a aHrMoTEH3MHOreHa 1 yeenudeHnem aktusHoct ACE [12].

M3BecTHa BbicOKaa YacToTa BCTpedaeMocTu annens E4
reHa anonunonpoteuHa E y nuuy, ctpagatowux GonesHsto
Anburelimepa [16]. MccnenosaHue annensHbIX BapuaHoB yKkasaH-
HOro reHa MOXET NO3BOMUTL CYAWTE O PUCKE pa3BUTUA GoresHu
Anburenimepa [16].

CnenyeT OTMETUTb, YTO BhIABIEHWE NUL, IPYNMbl BLICOKOTO
pvcka 40 NOABIIEHWS NPU3HaKOB 3aboneBaHna UMeeT NPUHLM-
nuarnsHoe 3Ha4YeHWe ANS NPaBUSbHOMO MELMKO-TEHETUMECKOrO
KOHCYNETUPOBaHUS C NOCMEeyOLWUM NPOBELEHNEM CBOEBpE-
MEHHOR 1 agekBaTHON ynpexaatoLei Tepanuu.

YCTaHOBMNEHO, YTO Y KypUIbLMKOB, UMEIOLUX Aeneunn B
reHax GSTM1 n GSTT1 u, kak criegcTeue, OTCYTCTBUE 3TUX hEp-
MEHTOB, PUCK 3a00NETL PaKkoM NErKUX NPUMEPHO B 3 pasa BbiLle
MO CPaBHEHMIO C KypUnbLLMKamu 6e3 edumumta aTux hepMeHToB
[17]. Ewe Bbiwe (noutn B 20 pas) puck paka MONIOYHOM xeneabl y
KYPALYMX XKEHLMH ¢ gebuumntom GSTM1 1 meaneHHON hopmMoit
N-auetunTtpaHcthepassl (NAT-2) [18].

WcenenoBaHue oHkoreHa L-MY C nokasaano B3anMocBA3b ero
nonMmopdusma ¢ pasBUTMEM NponmndgepaTMBHLIX NPOLECCOB, B
OCHOBHOM, B ITETKUX M B MOSIOYHEIX XKEMNe3ax, a Takke ¢ ObICTPLIM
BOBJIEYEHNEM B MPOLECC METACTa3UPOBaHWA UMb aTnyecknx
yanos [18]. MpoaykTtom reHa CYP-19 apndetca apomarasa.
Kak n3BecTHO, hbepMeHTHLIA KOMNIeKC apomarasbl oTBeYaeT

3a npespalyeHne aHaporeHoB C19 B acTporeHbl. MameHeHne
akTuBHocTu reHa CYP-19 aBnsaeTca BaXHbIM MeXaHW3MOM
ayTOKPUHHOIA perynsauum pocTta onyxonu. MiccnegoBaHue anne-
newi renoB CYP-17 n CYP-19 no3BongeT NporHo3mpoBaTh pUcK
pasBUTWS OMyXOnei NPeMMyLLECTBEHHO B MOIMOYHbLIX XKeresax
[18]. May4eHune annenei reHa p53 No3BONAET CyaAUTb O MOSHO-
LIEeHHOCTW €ro CynpecCopHOI hYHKLWUM B Crydae pa3BUTUS Npo-
nungepaTnBHLIX Npoleccos B opraHmame [19]. Pacnpegenenue
annenei reHa agpeHopeLenTopa KOPPENUPYET C akTUBHOCTbIO
COOTBETCTBYIOLLEro peLenTopa, a NoBhILEHHasA aHAPOreHHas
CTUMYNALMS ABNAETCA OLHOWA M3 NPUYMH Pa3BUTUA paka npea-
CTaTenbHON Xenesbl U XapakTepuayeTcs ObICTPLIM MeTacTasu-
poBaHWeM nepsuYHoiA onyxonu [20].

AnnenbHbIl NoNMMopdU3M MHOMMX APYrUX FEHHBIX JTOKY-
coB OOHapy>VBaeT HECOMHEHHYIO accounaluio ¢ auabeTom,
aTepoCKIepo3oM, rmnepToHuYeckol 6onesHeto, MBC, MHOruMu
NCUXMYECKUMU 3a00NeBaHNAMM.

Takum 06pa3om, B HACTOSILLEE BPEMS Y>KE Ha OCHOBE UMEIO-
LUMXCHA JaHHbIX BNOSIHE ONpaBAaHHO TECTUPOBaHWE MHOTUX re-
HOB, accoLaLmio anernem KoTopbIX C TSKeNbIMU 3aboneBaHnamu
MOXHO CUYWUTaTh AoKa3aHHOA. Hall co6CTBEHHLIA ONbIT U aHanma
COCTOSHUA Npobnembl B MUpe ybexaaroT B TOM, YTO YXKe CErofHs
BO3MOXHOCTM NPeAUKTUBHON MeMLMHLI BECbMa 3HaYUTENbHbI.
B 6nvkaiLume roabl NPorHo3anpyeTcs GYpHLIA POCT 3TOrO HOBOIO
HanpaBneHus.

MHavBmAayankeHbIA NOAX0A K NaLMeEHTY, OCHOBaHHLIA Ha Hayy-
HOW MHTEpNpEeTaLumM pe3ynsraToB reHETUYECKOro UccreoBaHns
1 X COMOCTABMEHUA C LaHHBIMU KITMHUYECKMX, NabopaTopHbIX 1
WHCTPYMEHTasbHbIX METOA0B UCCIEA0BaHNSA NO3BONSET OCyLLle-
CTBWTb PaHHIOI0 MArHOCTUKY FeHETUYECKN ETEPMUHMNPOBAHHBIX
MHOrohaKTOpHLIX 3aboneBaHWil U NPEANOXUTE MaKCUMaribHO
athbpekTUBHYIO Cxemy MpounakTuyecknx u nevebHbIX Mepo-
NPUATUIA ANS NPefynpexaeHna pasBUTUS NaToorMyeckoro
npouecca.

Takum 06pa3om, CErofiHA KaxKAbliA YENOBEK MOXET NOSTy4uTh
[LOCTaTOYHO NOIHY0 MHopMaLuio 06 YHUKarnbHBIX 0COBeHHO-
CTAX CBOEro reHomMa, B TOM YWCIE U O COCTOSHWUK CBOUX FEHOB
«NpefpacnonoXeHHOCTUY.

BaXkHO OTMETUTE, YTO reHETMYECKas KapTa B NONTHOM BapuaH-
Te [OIPKHa BKIHOYaTh pesyrsTarhl UCCIEA0BaHNSA HE TOMNBKO FEeHOB
Npes pacnonoXeHHOCTH, HO U 6ECCUMNTOMHOIO HOCWUTESNLCTBA
MyTaLuii reHoB Hauboree YacThbIX HacnefCTBEHHbLIX DonesHel
(remodomnun, MykoBMcUMA03a, PEHUNKETOHYPUM U Ap.). Kpome
TOro, Takoil NacnopT AOMMKEH cofepxaTb MHGOpPMauuio o Ka-
puoTune nauuneHTa, a TakXe €ro YHUKaneHblA reHeTUYECKuin
HOMeED.

B 6rivkaiiluem 6yayLUemM Takoin reHeTUYECKUIA NacnopT MOXET
ObITb pEKOMEHA0BAH K NPUMEHEHMIO B KITMHUYECKON NpaKkTuKe, a
reHeTU4ECKOE TECTUPOBAHWE CTAHET CTOSb XKE PYTUHHBIM, KaK W1
Lpyrue nabopaTtopHble aHanuabl (onpeseneHune rpynnbl KPoBM 1
pesyc-thakTopa, TECTbI Ha UHAEKLMOHHbIE GOnesHu 1 np.).

CornacHo pekomeHgauunam BO3, reHeTU4eckoe TeCTUpOBa-
HUWE JOMKHO NPOBOAMUTLCS CYYETOM A06POBONEHOIO, CO3HATENb-
HOro cornacusa Tectupyemoro [21]. GopmanbHO 3TO 03HaYaEeT,
YTO BaxkHas reHeTuYeckas MHopMaLmna MoxeT ObiTb NonyyeHa
CPaBHMWTENMLHO MO3AHO, KOrfa ee None3HocTL AN obcneayemoro
U ero 6rnmaknx PoACTBEHHUKOB YXKe B 3HA4YWUTENLHON Mepe yTpa-
YeHa. OfHaKo, NPUHUMas BO BHUMaHWE 3Ha4eHNe STUX AaHHbIX
LA 30,0poBbA pebeHka, rapMOHUYHOTO (hOPMUPOBAHMS €r0 NNY-
HOCTU, paLMOoHarnbHOro NUTaHus, achekTMBHOro 06pa3oBaHms,
CMOPTMBHbLIX 3aHATUI, ONTUMAarbHOI MPodopUeHTaLMu 1 Np., Co-
CTaBIieHMe TaKkoro reHeTUYECKOro NacnopTa B paHHEM Bo3pacTe
NPeLCTaBMAETCS BNOSIHE ONPaBAaHHbIM YXXe CErOAHS.

Henb3a UCKNIoYNUTE, YTO MO MEpE PELUEHUS STUYECKUX U
coumnarnbHbelx Npobnem, cBA3aHHbLIX C UCCIEA0BaHUAMMU reHOMa
YyerioBeKa, reHeTMYecKoe TecTupoBaHue By eT NMPOBOAUTLCA
3Ha4YUTENbLHO Yalle 1 B Horee paHHEM BO3pacTe, YEM PEKOMEH-
LlyeTCA B HacTosiLLee BpeEMS.

CocTaBneHue reHeTU4ECKOoro nacnopra foboro obbema Ans
ZleecnocobHbIX rpaxaaH AOMMKHO NPUBETCTBOBaTLCA. [aHHbINA
MEAULMHCKMA LOKYMEHT oKa3san Obl CyLeCTBEHHYI0 MOMOLLb
npy NPoBELEHNM SKCNEPTU3bI COCTOSHUSA 310POBbLA NOAPOCTKOB,
a TaKKe OLEHKMN NOTEHLMansHoro pucka passutus paga sabone-
BaHWIA y IOHOLLIER NPU3LIBHOTO BO3pacTa.
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UpesBblvaiiHO akTyanbHbIM MpeAcTaBnAeTCca reHeTnye-
CKoe TecTupoBaHue AnA OyayLiuMx CynpyroB, CMOPTCMEHOB-
npogeccnoHanos, NoAein akcTpemarbHblX npodeccuii 1 nuu,
NPOCTO 3aWHTEPECOBaHHLIX B MHOpMaLMn o cobCTBEHHOM
reHome. CepbesHo obcyxaaetcs bonbLluas npakTu4eckas 3Ha-
YMMOCTbL MrEHETUYECKOI KapThbl 6epeMmeHHo [10].

PeanbHas nonb3a OT reHETUYECKOro Nacnopta MoXeT ObITb
nory4eHa TOMbKO B TOM Cly4ae, ecfiv reHeTUYECKoe TECTUPOBa-
HWe OyaeT 3aBepLUaTLCH NONMHOLUEHHOM KOHCYBTaLUuen BLICOKO-
KBanmUuLMpOBaHHOrO CrieLanucTa no MeguLUMHCKON reHeTUKe,
C COOTBETCTBYOLLMMW PEKOMEHAALMAMM 1A NeYallero Bpava u
LN nauneHTa. 3TW peKoMeHaumm AOMMKHbI KacaTbCs He TOMbKO
KOHKPETHOW NaToforiu, HO U HOCUTL 3Ha4YuUTeNbHO Gonee pas-
BEPHYThLIN XapakTep, cogepkarb MHopMaLnto, Heobxoaumyto
ANa MakcmmarnbHO 9 EKTUBHON NOMIHOLEHHOR W 300POBONA
TBOpYECKOW Xn3HW obcrnepyemoro. B cnyvae ycraHoBneHus
thakToB HacneaCTBEHHOR NpefpacnonoXeHHOCTU K TOMY UIK
UHOMY 3aboneBaHunio 0COGEHHO BaXXHOW NPEeACTaBNAeTCA pas-
paboTka KoMnIiekca KOHKPETHbBIX [ MarHOCTUMECKUX MaHUMyaLui
1 NevebHO-NPohMNaKTUMECKMX pEKOMEHaLMIA, HanpaBneHHbIX
Ha NpefoTBpalLleHue pa3BUTUS MPOrHO3NPYEMBIX 3aboreBaHuii
y obcnegyemoro.

B psage cnyvaeB, 0co6eHHO NpU AOCMMNTOMATUYECKOM
TECTUPOBaHWU, NONyYEHHbIE pesyrbTaThl MOMYT MOBMeYb 3a
coboif KOHKPETHLIE pekoMeHAaL MK Mo NPodUNaKkTUKe TOro Unm
uHoro 3abonesaHus. o Mepe YyTOMHEHWSA W YBENUYEHUS Yncra
FEHHBIX CETEN Pa3nMYHbLIX MynbTUdakTopuanbHeIX 3abonesaHuni
Bce bonee o6LeKTMBHaA MHOPMaLMA MOXET ObIT Nofy4eHa ¢
MOMOLL|bIO FEHETUYECKOrO TECTUPOBAHNSA U B OTHOLLEHUW Taknx
YacTbIX U TPYAHbLIX 4119 NieveHns 3aboneBaHuii kak anabeT, ocTeo-
nopos, 3HLOMETPUO3, acTMa, aTepPOCKIepo3 U MHOTUE Lpyrue.
[NokasaTenesHo, YTo NO UHULMaTMBe BecemupHoint OpraHmsaumm
3LpaBooXpaHeHns yxXe usgaHbl Cepun MEeTOLUYECKUX PEKO-
MeHAaLMA No JOKIMHWYECKOMY BbIABMEHUIO MWL, BBICOKOIO
pvicka TPoMBOoMUIMK, TMNEPXONECTEPUHEMMN, FEMOXPOMATO3a,
aepuunta ansdal-aHTuTpUNCUHa [21].

MaeHTudmKaLma Bcex reHoB YenoBeka, OTKpbITUE C MO-
MOLLbIO BMOMHGOPMAETUKN HOBLIX MEHHBIX CETEN, HEU3MEPUMO
YBENUYNT BOBMOXHOCTM FrE€HETUYECKOro TECTUPOBAHUSA Hacrnes-
CTBEHHOI NPeapacrnonoXeHHOCTU U MeAUKO-TEHETUYECKOrO
KOHCYNETUPOBaHUS.

3aknoueHne

MpeanKTUBHasA MeAULUMHA, TO €CTb MeANLMHa, OCHOBaHHasA Ha
KIUHUYECKOM MOHUMaHUM PYHKUMIA reHoMa, ero CoCTaBHBIX
yacTel - reHHbIX aHcambnen U MHAWBMAYalbHbLIX FEHOB, TOSBKO
ZenaeT nepeble Wark. o mepe naeHTUdUKaLMN HOBLIX FEHOB
U FreHHBIX CeTel, BBIACHEHUS MX (DYHKUMIA C MOMOLLLIO NPOTEO-
MUKW, HOBLIX AaHHbIX O MeTabonMyecknx nyTax, MHcbopMaLlmm
O MOJEKYNAPHBIX MEXaHW3max, nexalyMx B OCHOBE TeX WM
WHBIX MOPEOreHETUYECKUX MPOLIECCOB, PaBHO Kak U OTAEMbHBIX
3aboneBaHuni, 0COBEHHO MyMETUhaKTOpUankeHeIX, porb Npesu-
KTUBHOW MEAMUUMHLI B 3[,paBoOXpaHeHnn OyeT CTPEMUTENEHO
BO3pacTaTh.

BaxxHo Takke obpaTuTe BHUMaHWE Ha HaMETUBLLMIACA B Mo-
crieHee BpeMs pa3pbiB MeXAy peancHbIMW BO3MOXHOCTAMM
rEHETNYECKOro TECTUPOBAHMWS KaK KOMMIeKkca MOMNeEKYNAPHbIX
METOAOB U ABHBLIM HEAOCTaTKOM MPOAYMaHHbLIX KITMHUYECKUX
pekoMeHaLniA, KOTOPEIMMW AOMKHO 3aBEPLUATLCA KaxKoe reHe-
TWyeckoe TecTupoBaHue. LLInpokoe npuBreveHne K peLleHnto
3TVX BOMPOCOB CMEeLManicToB No MeLULMHCKON reHETUKE, KOM-
NETEHTHLIX B BONPOCax AUCNaHcepusaLum 1 hapmakotepanum, a
TakKe Bpavei-knmHULMCTOB COOTBETCTBYOLLIEro Npoduns (kap-
ZMOIOroB, OHKOMOroB, MyrbMOHOSOroB, aKyLLIEPOB-TMHEKOOMOB 1
4p.), BriagetoLmx ocHoBaMm NpothUnakTMieckoit (NpeankTMBHOW)
MEAULMHEI, B HacToslee BPeMSA NpeAcTaBnsAeTca 0cobeHHO
akTyanbHelM. Boree Toro, cnegyer Nog4epkHyTh, YTO Nioboe
reHeTMYeckoe TECTUPOBAHUE B pamMKkax NPEQUKTUBHOW Meau-
LUMHBI ONpaBAaHo N1Lb B TOM Crydae, Korga ero pesynsrarb
nofKpenneHsl cepbe3HbIMU MEAULIMHCKMMI PEKOMEHAALMAMM.
Camo no cebe reHeTUMECKOE TECTUPOBaHWE, HE NOAKPENSIEHHOE
KBannUUNPoBaHHONR MeLUKO-TEHETUYECKO KOHCYNbTaUunel, a

npw HeoBXoAMMOCTU, U PeKOMEHAaUMAMN COOTBETCTBYIOLLNX
CNeLuanicToB, NIMLLEHO CMbICMa 1, Mo GOMbLLOMY CHETY, MOXET
ObITb TONBKO BpegHbIM. B TO e Bpemsa HeoOX04NMO yYnUTHIBaTbL
BO3HWKalOLWWe STUYecKUe, NpaBoBble U coLuanbHble BONPOCHI.
Heo6xoaMMo HayyHo 0GOCHOBaTE U paspaboTaTb MeTOAONo-
rMyeckme noaxofbl K NPOQUNaKkTUKe MyNBETU(QaKTOPUaNbHBIX
3aboneBaHuii B KasaxcraHe ¢ NO3WUMIA COBEPLUEHCTBOBaHUSA
MeAUKO-TEHETUYECKOM CITyXKObl, OpraHu3aLmi 30 paBoOXpaHeHs
C YY4ETOM HaKOMMEHHOrO MUPOBOTO ONbITA.
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