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Brenenne

JIOCTUMXKEHUST TEeHETMKU B TIOHMMAaHUU CTPYKTYp-
HO-(YHKIMOHATbHONW OpraHW3alluu TeHOMa uYeoBekKa,
pacuimgpoBKa nepBUUHON nociuenoBareabHoctu JHK u
UAEHTUOUKALIMS THICSIY TEHOB CYIIECTBEHHO PaCIIUPUIN
MpeACTaBJICHUS O HACJIeACTBEHHON MaTOJOTUM, OTKPBLIN
MPUHLIMUITHATLHO HOBbIE BO3MOXHOCTHU IJISI BBISICHEHMUS
MPUYMH BO3HUKHOBEHHUS M IlaTOTeHe3a MOHOTEHHBIX
(MT') u mHorogakTopHbix 3a6oneBanuit (M®3) [1, 2].
ITo Mepe coBepllleHCTBOBaHUSI MOJIEKYJISIPHO-TEHETHYEC-
CKMX METOOB «T€HEeTU3alMs» MEIUIIMHBI OBICTPO Hapac-
taer. OHa Bce OOJIbIlIE CTAaHOBUTCS <«Te€HOMHOI» |[3].
OcHoOBaHHas Ha JaHHBIX O CTPYKTYpe reHoMa U ero (pyH-
KIIMSIX TEHOMHasl MeMIIMHA HE TOJIbKO MOMOraeT mocra-
BUTb TOYHBII AMAarHo3 reHHbIX 0OJie3Heil, HO B 3HAYU-
TEJbHOW Mepe OTNpeIeIUTh HACcAeCTBEHHYIO TIpeIpaciio-
JIOXKEHHOCTD YeJIoBeKa K TOMY WJIM MHOMY 3a00JI€BaHUIO,
MpeayNnpeaIuTh eT0 pa3BUTHE U MOJ00paTh ONITUMAJIBHBII
BapuaHT JieKapCcTBeHHOU Tepanuu [4]. PeueHue aTux 3a-
Ja4d COCTaBJseT OCHOBY TaKOTO CPaBHUTEJIbHO HOBOTO
HarpaBJieHUs, Kak MpejacKaszaTeabHasi (MPeauKTUBHAsH)
meauuuHa (ITM) [4, 5].

Kak ecTecTBeHHbBII MPOAYKT reHOMa YeJIOBEKa U Meau-
umHbl, [TM HampaBiieHa TJIIaBHBIM 00pa3oM Ha paHHee BbI-
SIBJIEHUE JIMIL C BBICOKMM PUCKOM HACJEeNCTBEHHOM Mpes-
PacMoNOXEHHOCTH K YacThIM 3a00JIeBaHUSIM C IEJIbI0 WX
NpoGUIAKTUKU U JeUSHUSI.

IlepBbie maru

YMeCTHO OTMETUTH, YTO B OTIMYME O XPOMOCOMHBIX 1
MI' 3aboneBaHmMii, KOTOpbIE COCTABJISIOT JIMILb OKOJIO
2,5—3% Gonesneii, Ha gomo M®3 npuxoautcd mout 98%
Bceil marosnoruu yeaoBeka. MmenHo MP3 cranu rjaaBHBIM
oobekToM [IM. Takue ucciaegoBaHus ObIJIM HaYaThl €llIe 10
MOJTHOM pacin@poBKY reHOMa YesloBeKa.

ITepsoie padotsl mo [TM M®3 B Poccum GbUIM HAYaTHI
B Cankrt-IletepOypre B KOHIIE MPOILLIOro BeKa Ioa pyKOBOI -
ctBoM nipod. E.W. IBapiia n Kacaiuch U3ydyeHUs! HACaeaCT-
BEHHBIX (DaKTOPOB PHCKa CaxapHOTo auabeTa, cepaeuyHO-Co-
CYIMCTBIX M HEKOTOPBIX HelpojaereHepaTHBHBIX 3a00jeBa-
Huit [6—8]. MaciraGHble WCCleIOBaHNUS HAC/IeICTBEHHOM
ycroitunBoctd K BUY-mHpexkimy, nomyasimoHHBIE OCO-
OEHHOCTU T€HOB CUCTEMbI JETOKCUKIIMU U CBSI3b «HYJIEBbIX»
ajjieseil 9TUX TeHOB C MPEeApacloNoKEeHHOCTbIO K YacThIM
M®3, Takum, KaK 3HIOMETPHO3, OPOHXUAIbHASI ACTMA, TIPU-
BbIUHOE HEBbIHAIIMBAHUE OEPEMEHHOCTU W Jp., ObLIM BbI-
MOJIHEHBI B J1abopaTopuu TMpeHaTaJbHOW AuarHocTuku Ot-
TOBCKOI'O MHCTUTYTA aKylIepCcTBa U TMHeKojoruu [4, 5]. Tam
e ewe B 1997 1. ObUIM MPeIoKeHbl TEPMUHbI «ApeOuKmug-
Has meduyuna» (predictive medicine), «eewst npedpacnono-
acennocmu (predisposition genes)  cOpMyIMPOBAHO MTOHSITUE
«eeHemueckull nacnopm», TONYYUBLIME BIOCIENCTBUM 11IU-
poKoe pacrpocTpaHeHue. PacimgpoBka 3THX TEepMUHOB
MpuBeJeHa B KHUTe «[ €HOM 4YesloBeKa U I'eHbI MPpeapacoso-
JKEHHOCTH. BBeneHue B MPeIUKTUBHYIO MEAUIIUHY» [4].

4



MEANUMNHCKAA TEHETUKA. — 2017. — Ne5

Meronnyeckyto ocHoBy [IM coctagisieT MOUCK U TECTU-
pPOBaHME T'€HOB <«IPENPACIONIOKEHHOCTH» — (T€HOB «100-
eepocennocmu», 1o B.I1. [1y3bipeBy [9]) — «MyTaHTHBIX Ba-
PUAHTOB T€HOB, KOTOPblE COBMECTUMbI C Pa3BUTHEM 10 U
MocJyie POXAEHMsI, HO B OMNpeNeNeHHbIX HeOJaronpusTHbIX
COUeTaHUSAX M Ha (poHe MeHCTBUS HeOIarompusITHBIX 5K30-
TeHHBIX (PAaKTOPOB MOTYT CITOCOOCTBOBATH PA3BUTHIO pa3-
JuyHbiXx M®P3. B 1995—2005 rr. uaeHTUhUKAIUS TaKKUX Te-
HOB ObUIa OrpaHMYeHa METOIOM aHalM3a TeHeTUYEeCKOTO
CLICTUIEHMSI, HO Yallle TIPOBOAMIIACH C TTOMOIIBIO (DYHKIINO-
HaJIbHOTO KapTUPOBaHUSI TMyTeM TEeCTUPOBAHHUS IO THUITY
CJIy4aii-KOHTPOJIb TEHOB, a priory BOBJIeYeHHBIX B MD3,

Tem He MeHee, BCKope Mocie paclin(poBKH reHoMa
OblT chOpMUPOBAHBI MMAHEIW TEHOB IUISI TECTMPOBAHMS
HACJEeNCTBEHHOM «IPeapacnoaoKeHHOCTU» KO MHOTUM Ya-
cteiM M®3, TakuM, Kak OCTEONopo3, OpOHXUabHasl acT-
Ma, XpOHWYeCcKKe OO0JIe3HU JIerKuxX, A1uadeT, cepaeyHo-Cco-
CYIMCThIE U OHKOJIOTUYECKUe 3a00sieBaHUil [5]. AKTUBHbBIE
HcCaeoBaHUS IO MOUCKY M TECTUPOBAHUIO TEHOB Mpe.-
PACTIOIOXKEHHOCTH («TTOJBEPXKEHHOCTU») MPOBOIMIUCH U
IO HacTosIIero BpemeHu Beaytcst B Yde (mpod. 3.K. Xyc-
nytnuHoBa), Tomcke (mpod. B.I1. IlyswipeB), Mockse
(mpod. A.B. ITonsikoB). OCHOBHbIE UTOTU ITUX UCCAEAOBA-
HUU, BKIIOYas paboOThI JJabOpaTOpUM TpeHaTaTbHON aua-
rHoctuku MAT um. H.0. OTra ObUIM CYMMUPOBaHbI
B 2009 r. B MoHOrpaduu «['eHeTUYeCKUii macrmopT — OCHO-
Ba MPEeIMKTUBHON TIEPCOHATU3UPOBAHHOM MEAUITUHBI» [5].
B xHure mpuBemeHbl MHOTOYUCJICHHBIE (DaKThl B TOJIb3Y
«T€HEeTUYEeCKOro macropTa» Kak WMHAMBUIYaTbHOW 0asbl
JAHK-maHHBIX, KOTOpas COmepXUT MHOOpMaALNIO 00 YHU-
KaJIbHBIX TeHETUYECKUX OCOOEHHOCTSIX YeJloBeKa, BKJIIoUast
KapUOTUII, HOCUTEILCTBO PELIECCUBHBIX MYTaLlMil YacThIX
MOHOTEHHBIX 00JIe3He, TPeaPacIOI0KEHHOCTh K HEKOTO-
poiM M®D3. BaxkHO OTMETUTh, UTO eeHemu4eckuil nacnopm
MHOrIA MyTAlOT ¢ UHAMBUAYAJbHBIM T€HETUYECKUM HOME-
POM, KOTOPbIM MOXHO Y3HAaTb C MOMOILbIO TEHOMHOM TaK-
TWJIOCKOTIUM, IIIMPOKO UCIOIb3yeMOl B COBPEMEHHO
KpUMUHaJUCTUKe. ['eHeTHuYecKuil macnopT Kak KBUHTIC-
ceHuus [1M ObUT aKTUBHO MOAXBAYE€H MHOTUMU FeHETHUYE-
CKUMU JIabOpaTOPUSIMU, CTaJl PACXOXUM OPEHIIOM MHOTO-
YUCJIEHHBIX KOMMEPUYECKUX (GUPM B CTpaHe U Jaxe 3a py-
0e>X0M, KOTOpbIe MpearaioT YCIyrd TeHeTUYeCKOro Tec-
TUPOBAHUSI UISI OLIEHKM HACIeICTBEHHOM Ipeapacmoio-
KEHHOCTH K 4yacThiM M®3. HecMOTpst Ha CpaBHUTEIBHO
HU3KYIO TPOTHOCTUYECKYIO LIEHHOCTb, HEKOTOPBIE TTaHEH,
MpUMEeHsieMble JUISI aHaJI3a HacleICTBEHHOM Mpeapaciio-
JIO(KEHHOCTH K TpoMOoduianu, ueanakuu, conesnn Kpo-
Ha, a TakXe JUIsl ONTUMM3ALMK JO3UPOBKHM psiia hapMIipe-
napaToB HAllUIM IIpUMeHeHNe B KiuHuKe |5, 10]. AKTUBHOE
pa3BUTHE MOJYYWIU U Apyrue HampasieHus [T meauiu-
HbI, 0a3MpylolIMecs] Ha TeHETUYEeCKOM TeCTUPOBAHUM, Ta-
KHWe, Kak CIIOpTUBHAsl TeHOMMKA, HyTPUTeHOMUKA, hapma-
KOreHOMMKa, TOKCUTeHOMUKA, TeHOMUKA CTapeHUs] U aK-
TUBHOIO JOJTOJETUSI U Ap. [5]

Bwmecre ¢ TEM, o011ee 3aKII0UYeHUE O JUATHOCTUYECKUX
BO3MOXHOCTAX MPEAUKTUBHOIO Fr€HETUYECKOIo TECTUPOBA-

HMSI B HACTOsIIlIee BPeMsl OCTaeTCsl BeCbMa CAEPXKAaHHbIM U
naxe ckentuueckum [11, 12]. Takoii BIBOI cloeaH B CBSI3U
¢ 0OJIBIIION BaprabeIbHOCTBIO PE3YJIbTATOB FEeHETUYECKOTO
TECTUPOBAHUSI, UX HEJOCTATOYHON CTATUCTMUYECKOM JTOCTO-
BEPHOCTbIO U, COOTBETCTBEHHO, HU3KOW 3HAUYMMOCTBHIO
B OLIEHKE pUCKa.

IIM B 3py NOJIHOT€HOMHOTO CKPMHHHIA

Bosnblime Hanexnbpl B MPeonoeHUH HEMOCTATKOB TeHEeTH -
yeckoro TecTupoBanuss M®P3 Boznaraam Ha MeTO MOJIHOre-
HoMHorO aHanm3a accouumaimit (GWAS — genome wide asso-
ciation studies), nmpemtoxkeHHbIi B 2006 T. B TeueHue mocemy-
omyx 4 JeT 3TUM METOIOM MpoaHaIu3upoBaHo Oosee 300
M®3, B TOM 4YMCiIe TAKUX YACThIX, KAK IMa0eT TUMa 2, OCTEO-
Mopo3, OpoHXMaibHast actMa M MH.Ap. [13]. BoimomHeHHBIIT Ha
GOJTBIIIMX KOTOPTAX OOJBHBIX ¢ OMHOTUITHBIM JMAarHO30M M CO-
OTBETCTBYIOIIEM KOHTpoJje (okojo 1000 uen. u Gonee B Kaxk-
JIOi1 TPYIIE) C MCITOJIb30BAHMEM YMIIOB BBICOKOM TUIOTHOCTH,
conepxammx ot 500 Teic. 10 1 MaH MapkepHux SNP, meTton
GWAS 1o3Bo/II € BBICOKOIA IOCTOBEPHOCTBIO BBISIBIISITH Te-
HbI-KaHIuaaThl, accouurpoBaHHbie ¢ M®3. Ha ocHoBe 311X
JaHHBIX B psige KomMmepueckux neHTpoB CIIIA u 3amamHoit
EBporbl, Ob1M pa3paboTaHbl M BHEAPEHBI TUarHOCTUUECKKE
MaHen, KOTOpble, KaK MPEAIoaraioch, MO3BOJISUTA TTPOBO-
JIUTb JOCTaTOYHO B3BELICHHYIO OLEHKY HacleICTBEHHOMI
MPeapacoIOKEHHOCTH KO MHOrMM YacthiM M®3. K coxae-
HHUIO, KaK TIOKa3aJIM JalTbHEUIINe UCCeIOBAaHMS 3TOT TIOIXON
HE MOT O00ECIeUnTh CKOJNb-HUOYIb HAJeXHOro IPOrHo3a
MPEAPACIONOXEHHOCTH, TaK KaK BbIB/IsT He Oonee 10—15%
Haciegyemocti M®3. Kommepueckoe UCIONIb30BaHUI IeHe-
TUYECKOTO TeCTUPOBaHUA Ui TiporHoza M®d3 oduimaibHO
samnpenieHo B CIIA B stuBape 2013 1. [14].

Crnenyer nomyepkHyTh, 4To MeTon GWAS yno6eH ToibKo
Uit upeHTUGUKanmm yacteix SNP-MapkepoB (He MeHee 5%),
IIpu aTOM, TOAABISIONIEE OOMBIIMHCTBO BBISIBIEHHBIX 3TUM
metomoM SNP-mapkepoB (Gosiee 70%) MMEIOT BHETEHHYIO JIO-
kanuzauuto [15]. B Hacrosiiiee BpeMst BeayTcsi MaclITaOHbIe
nccaenoBanusl (YHKIMOHAILHON OCOOEHHOCTEH BHETEHHBIX
SNP, MHOTHE U3 KOTOPBIX BXOJAT B COCTAB 9HXAHCEPOB, MPO-
MOTOPOB U JAPYTUX PETY/ISTOPOB T€HHOI akTUBHOCTH [16].

JIpyrue coBpeMeHHbIe METO/IbI TOJIHOT€HOMHOTO aHAIU -
3a, ucrnoabdyembie B [1M, BKII0YAIOT MTOJIHOI€HOMHOE WM
sk3oMHoe JIHK-cexBeHnpoBaHue, DT METOIbI, B OTIMYKE
ot Metona GWAS, no3BoJisTIoT 0OHAPYKUTh HE TOJBKO BCE
SNP, HO u npyrue MyTaluu, UACHTUMUIUPOBATH BCE T€HbI
n BHereHHble JIHK-mocnemoBatenbHocTH. B coueranum
¢ metomoM GWAS oHM IIMPOKO MCIOIB3YIOTCS IS TIONCKA
U UAeHTU(UKALIMY TeHOB pelkuxX 3aboneBaHuit [11].

Eue onvH coBpeMeHHBIN METOJ TOJHOTEHOMHOTO CKa-
HMHTA KacaeTcsT CyOMUKPOCKOITMYECKOTO aHaAJIN3a XPOMOCOM-
HUX TMepecTpoeK, TaK Ha3bIBAEMbIii METOJ CPABHUTEIBLHOIA re-
HoMmHoI rubpuauzauu (array CGH). OH 1MpoKo UCITOJb3Y-
ercsa g uaeHTugukanuy nepectpoek JHK tuma munpen, a
TaKKe YMClia ¥ PacTooXeHNsT B TEHOME BapbUPYIOIIETO YHC-
na kormii — BUK (CNV, copy number variations) [17].
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KoHeuHo, Bce 9TW METOABI U UX COYETAaHUS OYEeHb (-
(bexTUBHBI /151 TOMCKA MPUYMHHBIX TeHOB. OIHAKO, 32 UCK-
JIIOYEHWEM PeIKUX MOHOTEHHBIX BADMAHTOB, OHU HE TTO3BO-
JIIeT 1aTh OObEKTUBHYIO OLEHKY WHIMBUIYaJIbHOTO PUCKA
M®3. B HekoTOpBIX ciyyasx (Hanpumep, 6oje3Hb KpoHa)
MPEIUKTUBHASI CUJIa TeHETMYECKOTO TECTUPOBAHMSI MOXKET
nocturath 80% [13]. OmHako mist 6onbimmHcTBa M®P3 oHa
He nipeBbIaeT 10% u B mydrireM ciydae MO3BOJISIET OIpejie-
JuTh Hanmuue pucka M®D3, HO He MO3BOJISIET AeJaTh UHIU-
BUAYyaJbHbIE POTHO3HI [5].

Takum 06pa3oM, Jaxe TIyOOKOe CKAaHMPOBAHUE TeHOMA
C IPUMEHEHUEM COBPEMEHHBIX METOIOB HE pelIaeT OCHOB-
Hoil 3amaun I[IM — oueHuth puck 3aboneBans. I[IpuumHa
3TOTO 3aKJII0YAETCSI B TOM, UTO TOJBKO U3yYeHHe CaMOro Te-
HOMa M JIaXke caMblii TTOAPOOHBII aHaIU3 TIEPBUYHOI CTPYK-
Typsl JTHK B ntyuiiiem ciyyae mo3BoJisllOT yCTaHOBUTD HaJI -
yye MyTallMM, HO He TO3BOJSIIOT CYAUTh O (DYHKLIMU reHa
[18, 19]. UrHOpupoBaHue (YHKILIMI reHOMa, 0COOEHHOCTEH
PETYJIAINI aKTUBHOCTHU €TI0 TeHOB SIBJISIETCS IPUIMHOM «HC-
yesalolleil HaclieayeMoCT».

DeHOMEH HCYE3AIONIE HacjaeayeMoCTu

MudopmMalimoHHass M MPOTHOCTHYECKasl HEeIOCTaTou-
HOCTh TFeHeTH4YecKoro tectupoBaHuss M®d3 monyuynna Ha-
3BaHUe (heHOMEeHa <«HEeIOCTalollel HACIeAyeMOCTU», MPHU-
YUHBI KOTOPOTO IIMPOKO OOCYXIATUCh TeHETHKaMU
B 2009—2013 rr. [20—22]. B utore oxXnBAEHHOI AUCKYCCUU
ObLIM C(HOPMYIMPOBaHbBI CIIEAYIOLIME OCHOBHBIC NMPUYMHBI
3TOro (peHoMeHa:

® MaJIbIil BKJIa[ B BEJIMUMHY PUCKa OTHCIbHBIX ayjeeit
reHoB-kaHauaaroB (OR = 1,1—1,5);

® peJKre MYTaHTHbIE aJUIeM, HeJeTEKTUPYeMble METO-
nom GWAS (monynsiiimoHHast yactora MeHee 5%);

® TPYIHOCTU C OLIEHKOM BKiIaga B maroreHe3 M®3
FeH-TeHHBIX B3aUMOICUCTBUIA

® >(heKkT smucTasza SMUTEHETUYECKUX M3MEHEHUU re-
HOMa, Bapbupylomux 1mo mimHe ¢parmentoB JHK (copy
number variations — CNV);

® HeMoHsITHOe 3HaueHue SNP, pacronoXeHHbIX BHE re-
HOB WM 0eTIOK-KOIMPYIOIIKUX YacTeil reHoMa, HO BBICOKO-
JIOCTOBEPHO CIETUIeHHBIX ¢ MD3;

® HeoolIeHKa ToBpexaawlero 3@eKkra 3K30reHHbIX
(GaKToOpOoB.

IIpennonaraercs, 4ro aast pasHeix M®3 npUuMHBL HC-
Yye3alolleil HacJlIeACTBEHHOCTH MOTYT ObITh pasHbIMH. Cire-
noBatesbHO, npupoaa M®P3 MHOro cioxHee, 4YeM Mpearno-
narajochk. OHa CBOAMTCS HE TOJBKO K MyTallMsIM, HO U K Ma-
JIOTIOHATHBIM ~ SMMTEHETUYeCKUM M3MEHEHUSIM TeHOMa
(anuMyTalusaM), K B3aUMOAEHCTBUSIM TUIA Oe0K-0eoK,
JHK-6enok, KoTopble MOTYT KOMIIEHCMPOBATh (DYHKIWU
HeOJIaronpusATHBIX ajuleiell (SIBJIEHUE JIKMCTa3a), K CIOX-
HOW MOJIEKYJIIPHO-TEHETUYECKON apXuTeKToHnke MMD3,
TPOSIBIISTIONICICS B MepapXusl pasjIMUHbIX OMOJIOTMYECKUX
yposHeii [19, 20].

JIJiss MOHMMaHUsI MPUPOABI JIIOOOr0 KOJMYECTBEHHOIO
MpU3HaKa, paBHO Kak 1 M®3, HeAOCTaTOUHO UACHTUPUIIN-
poBaTh MPUYMHHBIC TEHBI, HEOOXOMUM TAaKXKe aHAJIN3 UX K-
CIIpecCUM Ha Pa3HbIX CTAAMsIX Pa3BUTHUS, (DAKTOPOB U IMU-
TeHETUYECKMX MEXaHU3MOB MX PEryIsiMy Ha DPasTInuHbIX
YPOBHSIX: MOJIEKYJISIDHOM, OMOXMMUYECKOM, KJIETOUHOM,
MEXKJIETOUHOM M JIp. YTOUHEHUE CTPYKTYPhl TEHHBIX CeTei
M®3, ux 3KCIpeccuu, CBOMCTB U B3aUMOICHCTBUS TIPOMLYK-
TOB MPUYUHHBIX TEHOB, COCTOSIHUSI META0OIMUECKUX TyTei
HeoOxonuMo ISl MoHMMaHus naroreHeza M®M3 ¢ mo3uuu
CHCTEMHOI TreHeTUKH [23, 24].

Takxum obpa3oM, OCHOBHas IapagurMa COBPEMEHHOI
IIM 3akiro4yaeTcsl B IpOrpecCMBHOM CMEILIEHUM LIEHTpa Ha-
YUHBIX MCCJIE/IOBAHUI OT AEAYKIIMU K MHAYKLIUU, OT CTPYK-
TYpbl IMHUYHBIX TEHOB K U3YYEHUIO OCOOCHHOCTEH peryIisi-
LIMM MX 9KCIIPECCUM B COCTaBe TE€HHBIX CETel W BIUSHUS UX
MPOAYKTOB Ha (DYHKLIMU METa0OJIMUECKUM MyTeil.

Mmuposbie TeHnennun pasputus 1M

Hogbrit moxbem B [IM Hametuics nocie 2010 1. u Ob11
CBsI3aH CO CTPEMUTETBHBIM TTPOrPECCOM TEXHOJIOTUI U CHU-
KEHUEM CTOMMOCTH TTOJIHOTEHOMHOTO CEKBEHUPOBAHUS,
T.H. CEKBeHUpoBaHuUs HOBOro rokojieHust (NGS — new ge-
neration sequence). [I[puMeHeHUe 3TOro MeToa MO3BOJIUIIO
B CPaBHUTEJILHO KOPOTKHUit cpok (1,5 roma) mpoBecTH ceKBe-
HupoBanue reHomoB noutu 2000 xwuteneit EBponsr (2013),
HayvaTh cekBeHMpoBaHue reHoMOoB 100 000 KOpeHHBIX XKUTe-
neit Beaukoopuranuu (2015) u 200 000 xureneit CeBepHoii
Amepuku (2015). B 2016 T. Havaira peaqu30BBIBATHCS TIPO-
rpamma «Poccuiickiue TeHOMBI», KOTOpas paccuuTaHa Ha
2 roga U OPUEHTUPOBOYHO OyIeT BBHIIIOJIHITCS Ha
1500—2000 o6pa3uax. BaxkHo, uTO B XOme BBIMOJTHEHUS
3THUX MPOrpaMM pe3yJIbTaThl CEKBEHUPOBAaHUS OYIyT COBME-
IEHBI C WHAWBUAYAJbHBIMM KJIMHWUYECKUMM JaHHBIMU W
¢ pe3ynbTaTamu J1abopaTopHbIX ucciaenoBanuii. [Ipenmona-
raercsl, 4YTo TaKoi KOMIUIEKCHBIN TMOJAXOMA MO3BOJUT BbIsI-
BUTb HOBbIe penkue myrauud M®D3, yTouHUTb UHAMBUIY-
aJIbHbIE MUTeHETUYECKUe TTPOGUIN OOTbHBIX, OOHAPYKUTh
HOBEIE TH(MOPMATUBHBIE OMOMapKephbl, CO3AaTh OMOMH(DOP-
ManuoHHbie Mojeau M®3 1, B KOHEYHOM cueTe, MPUBECTU
K CO3[IaHMIO MEIULIMHBI UHAUBUAYATbHOTO YeJOBeKa.

CoBMelIeHe TeHeTUYECKUX pPe3ylbTaTOB C KIMHUYE-
CKMMU JTaHHBIMM, CO3IaHNE Ha 3TOH OCHOBe OMomH@oOpMa-
voHHO mMoaenu M®3 cocTaBisieT CyTh HOBOIO CUCTEM-
HO-TEHETUYECKOTro MOAXoJa K U3yYeHUIO U MPOTrHO3UPOBa-
Huto MP3, nipeBpaiieHnio [TM B yHUBepcalTbHYIO MPEIUK-
THUBHYIO, MEPCOHATN3NPOBAHHYIO, MTPEBEHTUBHYIO MEIUIIN-
Hy — MeauuuHy 3-x I1. IIpennonaraeTcsi, 4To cO BpeMeHEeM
oHa TpaHcopmupyercs B Meauiuny 4-x I1, tae 4-s I1 co-
OTBETCTBYET TPYAHO IEPEBOAMMOMY AaHIJIMIMCKOMY CIIOBY
participatory, KOTopoe Tofpa3yMeBaeT aKTMBHOE Yy4acTue
MalyeHTa B CBOEM JICUEHUU U COXPAHEHUU 310POBbSI, PYKO-
BOJICTBYSICh YHUKAQJIbHBIMU OCOOEHHOCTSIMU COOCTBEHHOTO
reHoma (T.H. do yourself medicine) [25].
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Baxnbim cobbituem 1M nocneqHux et Obl1o co3naHue
EBpomnelickoii Acconaluyy NpeaMKTUBHOM, MEePCOHATU3U-
POBaHHOM, TIPEBEHTUBHOM, TMATUCUITATUBHON MEIUIIMHBI
(TTITITM) u pa3paboTKa MHOTOJIETHEN CTPAaTerMueckoii npo-
rpamMmbl o BHeapeHuto TTITTIM B KIMHUYECKYIO TTPAKTUKY
[26]. dopoxkHast KapTa OT TEHOMUKH 10 MIEPCOHATU3UPOBAH-
HOIM MEIMILIMHBI COCTOUT U3 4-X TIOC/IeIOBATEIbHBIX TAIIOB U
paccuurtaHa Ha 30 jet. OHa BKJIIOYAET pelIeHUE CIEAYIOINX
OCHOBHBIX 3a/1ay:

1. eranbHBIll aHAIWM3 MHOXECTBAa CEKBEHUPOBAHHBIX
TEHOMOB pa3HbIX WHIMBUIYYMOB U KJIETOK pa3HBIX TKaHEMH
YeJ0BeKa;

2. AHamM3 TOMYJISIUMOHHBIX WM 3THUYECKMX OCOOEHHO-
cTeil TeHOMOB, pa3paboTKa OCHOB CTpaTU(MULMPOBAHHOM
MEIULIMHBL;

3.MHTerpupoBaHe WHAMBUAYAJbHBIX T€HOMOB C UX
TPAaHCKPUIITOMAMU, MPOTEeOMaMU, MeTaboJIOMaMHU C 1LIEJIbIO
NpoGUINPOBAHUSI TEPCOHAIBHBIX TE€HETMUYECKMX JaHHBIX
(oMUKCOB);

4. KnuHuueckast anpo0aiiusi: CUHTE3 JaHHbIX WHIWBU-
JyaJIbHbIX TEHOMOB, 9KCIPECCUOHHBIX MaTdopmM, Jabopa-
TOPHBIX AHAJINU30B, KIMHUYECKUX CUMIITOMOB, T€HETHYe-
CKOTO KOHCYJIbTUPOBAHUS;

5. BuptyanbHble MO MHTETPUPOBAHHBIX TEHHBIX Ce-
Teil MOpPakKeHHBIX OPTaHOB, CUCTEM;

6. TTareHTH M TpaxkaaHe KaK TOHOPBI U PEIUTTUCHTHI
JAHHBIX IEPCOHUMDULIMPOBAHHON MEMULIMHDI;

7. Pabora ¢ maupeHTaMH B BUPTyaJbHOM Mupe (?)

HekoTopble 13 HaMeUeHHbIX 33724 Ha CETOIHSIIHUI IeHb
MPEACTABISIOTCS MAJOMTOHITHBIMU. OCOOEHHO HETPUBBIYHO
3BYYMT ITOHSITHE «paboTa C AIIMEHTOM B BUPTYaJTbHOM MUPE»,
Mpearosaraoliee, YTo Ha OINpeae/IeHHOM 3Tarie Pa3BUTHS
TITIITIIM HeoO6XonUMOCTb B peaTbHOM MAalUEHTE MPOCTO OT-
ManeT ¥ BCe O YENIOBEKE U ero Oymylmx 00Je3HSIX MOXKHO Y3-
HaTh 10 «MHTETPUPOBAHHOMY TeHOMY» (TEHETUYECKOMY T1ac-
nopty). Ilo kpaitHeit Mepe, MaclITaOHbIE COBPEMEHHBIE C-
CJIeOBaHUsl IO TIOJIHOTEHOMHOMY M 9K30MHOMY CEKBEHMPO-
BaHUIO THICSIY TEHOMOB U X COMOCTABIEHUIO C UMEIOLIIUMMUCS
KIMHUYECKUMHM JTaHHBIMU HeE TTO3BOJISTIOT HAIEXXHO TPEICcKa-
3bIBaTh pucKk M3, XOTS U OYEHD TOJIE3HBI [UIST BISIBJICHUS
pHUCKa HEKOTOPBIX PAKOB, MCCAENOBAaHUI MO (hapMaKOreHeTH-
Ke U CKPMHMHTY MOHOTEHHBIX OonesHeit [11, 27].

IIpakTnyecku onHOBpeMeHHO ¢ EBporieiickoit mporpaM-
moit IIIIIIIM mo mHUIMaTUBE pyKoBomuTeass MexmyHa-
POIHOI MporpaMMbl, a HbIHE aupekTopa HarmoHambHOTO
Wucruryra 3noposbst (NIH) ®psncuca Komnunca (Franci-
es Collins) 6b11 co3nan Patient-Centered Outcomes Rese-
arch Institute (PCORI), uenb KOTOPOro — COBMECTUTh Me-
JTUILMHCKUE KapThl OOJBHBIX C Pe3yJbTaTaMu UX JJabopaTop-
HBIX aHAJIM30B W C JaHHBIMU MEPCOHATBHBIX TEHOMOB IS
YJIy4IIeHUsT KauecTBa ATUAarHOCTUKU, NMPOMUIAKTUKMA U Jie-
YeHMSI YacThIX 3a0ojeBaHmii. B ¢eBpase 2015 r. aTa MHULNU-
atuBa Tosyumia noanepxkky rnpesuaeHta CIIIA, pacropsi-
JXKeHUEe KOTOPOTO TMOJIOKUIO Hadamo Tporpamme «TouHast
MenuuHa» (Precision Medicine). 3aiorom ycnemnrHoro Bbi-
MOJIHEHMSI TPOTPAMMBbI, IO MHEHUIO U3BECTHOTO aBTOPUTETA

B reHOMUKe yesioBeka Dpuka Jlanaepa, siBisiiorcsi 6ypHoe
pa3BUTUE BBICOKOTIPOMU3BOIUTEIHLHOTO CEKBEHUPOBAHUS
JHK HoBoro nokonenusi (New Generation Sequences) u
Hanmmuue penpeseHTaTuBHbIX JIHK-0MoOGaHKOB, comepka-
mrx MAUTMOHBI 00pa3uoB JAHK 310poBbIX 1 60IBHBIX UH-
nusuayymoB [28]. Tlpeanonaragoch, 4To TaKUM CIOCOOOM
MOXHO OTIPE/ICJIUTh HOBbIE aJlIeIbHbIE BAPUAHTHI ACCOLIMU-
poBanHbie ¢ M®D3. JleiicTBUTENLHO, B pe3y/ibTaTe MOJHOIK-
30MHOI'0 CEKBEHMPOBAHMUS TeHOMOB 50 726 B3pOCIBIX U CO-
BMEILEHUS TTOJYYEHHBIX PE3yJbTaTOB C NTaHHBIMU COOTBET-
CTBYIOILIMX MEAMIIMHCKMX 3JIEKTPOHHBIX KapT ObLIO ycCTa-
HOBJIEHO, 4TO y Kaxgoro 30-ro MHAMBHUIyyMa B TeHOME
HMMEIOTCS OMAaCHbIe TeHETUUYECKHEe BApUAHTHI, Mpeapacnoa-
rajoiye K Tsekeabiv MP3 [29]. TIpy MoJHOreHOMHOM CeK-
BeHUpoBaHUU 950 HEeHOTUNUYECKU 3A0POBBIX WHAMBUILYY-
MOB B Bo3pacte 45—60 ner mouru y 100 goHOpOB ObLIN
WACHTU(DUIIMPOBAHbI OMMACHBIE MYTallMM, TIpeapacIoarar-
mue kK M®3. bosee Toro, y 34 y4aCTHUKOB 3TUX KIMHUYE-
CKUX MCCIeJOBAaHUSIX ObLTU OOHAPYKEeHbl CUMIITOMBI 00J1€3-
Hell, acCOLMMPOBAHHBIX C COOTBETCTBYIOIIMMHU reHaMu [30].

3akiouenue

be3BbiOOpOYHOE MOMyISILMOHHOE CEKBEHHpOBaHUE, a
TeM OoJiee conocTaBieHe MOJYYEHHbIX Pe3yIbTaTOB C KITU-
HUYECKUMHU JaHHBIMU MTO3BOJISIOT TOJYYUTh MH(OPMALIMIO,
npuHUMNuaabHo BaxHyto aiast [IM. [Ipeanonaraercsi, 4yto
yxe B Onmxaiiiue roapl rporpamma «TouHas MeauudHa»
OyneT pacrosiaraTb MUJUTMOHAMU 3JIEKTPOHHBIX KapT 3/10pO-
Bbsl, JOTMOJHEHHBIMU COOTBETCTBYIOLUIMMU CEKBEHUPOBAH-
HBIMU T€HOMaMM, «FeHEeTUYeCKUMU DJIEKTPOHHBIMM KapTa-
MU 310pOBbsi». 1)1 ycKOpeHUs cO0pa JaHHBIX 11O TTporpam-
Me IpeAIoaaraeTcs IpuoOIINTh K €€ UCITOJTHEHUIO KOMMEP-
yeckue (pUpMbl, paHee 3aHMMAaBILNECS] TEHETUYECKUM TeC-
tupoBanueMm (23 and Me, Pathwaygenomics), a Takxe uyepes
cucreMy iPhone BnaznenbeB MoOMIbHBIX TeseoHOB [31].

IlonpoGHOe M3yuyeHHe 3TaloB peaau3aluy HacCAeACT-
BEHHOI MH(MOPMaLIMK, COKpAIaeT MyTh OT FeHOTUNA A0 Gbe-
HOTHIA U TOYHEE IO3BOJISIET OLEHUTh PUCK 3a00JieBaHUSI
[4]. BaxxabiM mTOTOM IpOTpaMMBI SBJISIETCS MOSHTU(MUKA-
LIMSI TTYCKOBBIX MEXaHU3MOB (MOJIEKYISIPHBIX ApaiBEpPOB),
KOTOpasi OTKPbIBAET HOBbIE BO3MOXHOCTH AJs1 9 (HeKTUB-
HOI TMpO(WIAKTUKN W IlieJeHaNpaBIeHHOTO (TapreTHOro)
nedeHuss MD3.

Taxum obpaszom, 3a nocaeqHue 20 €T MeIUIUHCKAs Te-
HeTUKa MpolIlia CIOXHBII MyTh OT aHATM3a eAMHUYHBIX Te-
HOB JI0 MCCJIEIOBaHMSI BCEr0 T€HOMa, OT MOJHOI€HOMHOTO
CKPMHMHTA acCOLMALIMA 10 CUCTeMHOM TeHeTnKu M®d3, ot
TPAHCIASLIMOHHON [0 «TOYHOW» MEIMIIMHBI, OT T€HeTHYe-
CKOTO TacropTa 10 FeHOMHOI 2JI€KTPOHHON KapThl 310pO-
Bbsl [2—4]. Bosnukinast B Hauane XXI Beka [1IM ycneiiHo
rpeojosiesia BCce TPYIHOCTH, CBSI3aHHBIE CO CTPEMUTEIbHBIM
MPOTPECCOM MCCIeIOBAaHUI reHOMa YeloBeKa u, Giaromapst
HOBBIM T€XHOJIOTUSIM, BHEAPEHUIO CUCTEMHO-TEHETUYECKO-
ro (6uonHdOOPMALIMOHHOI0) MOAXO0A CTajla BEAYLIUM Hayy-
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HAYYHbIE OB30PbI

HO-TIPAaKTUYECKUM HaIpPaBJIEHUEM COBPEMEHHOW MEIULIMH-
CKOI HayKHu.

PaciindpoBka reHoMa yesoBeka orpenesnia nepexo
BCEil MeIMUMHBI Ha MOJEKYJISIPHBbIN (T€HOMHBIN) YPOBEHbD.
l'eHeTnueckue TeCTbl aKTUBHO WCITOJNIB3YIOTCSI HE TOJIBKO
B MpeHaTaJIbHOI TMarHOCTUKE M B OHKOJIOTMU, HO BCE IINPE
NPUMEHSIOTCS B APYrMX o0aacTsx MeauuuHbl. Habmonae-
MbI/i CTPEMUTEJbHbIN TPOTPecC TEHOMUKHU IO3BOJISIET
YTBEPXIATh, YTO B 0003pMMOM OYIyIIeM yxKe IpU pOXKIe-
HUM YeJoBeK Oy/IeT MOJyyaTh pe3yJibTaThl aHalIu3a CBOETO
reHoMa He TOJIbKO Ha HaJMuKe yXe CYLIECTBYIOUIEeH WIn Mo-
TEHIIMAJIbHOI, ellle He MaHU(pECTUPYIOLICH, MaToJIOr1u, HO
U JaHHble 00 WHAMBHUIYAJIbHOM MpPeapacrooXeHHOCTH
K yacthiM M®3, a takxe MHGOPMALIMIO, BAXKHYIO U OyIy-
el papmakoTepanuu. Pe3yabTaTsl CEKBEHUPOBAHUS TEHO-
Ma MpearnosaraeTcsl MHTErpupoBaTh ¢ MEAULIMHCKOM KapToi
HOBOPOXIEHHOTO, YTO MOJIOXUT Hayasao 3JIEKTPOHHOI Kap-
Te 3nm0poBbsi. B Hactosiee Bpems [TITITM Bce eie Haxo-
JIUTCSI HA PAaHHMX 3Talax pa3BUTHs. [ eHeTuYecKoe TeCTUpPO-
BaHUE CErOJHs aeT BO3MOXHOCTb OMPENeTUTh ISl KOHK-
PETHOTO YeJIoBeKa TOJbKO Tpymmy pucka M®P3, Ho 3a Ma-
JIBIM UCKJTIOYEHUEM, HE TIO3BOJISIET IeIaTh MHAWBUIYaIbHBIC
MPOrHO3bl B OTHOILIEHUM Oyaylux Oose3Heil. YuuTbiBas
CTPEMUTENIbHBIN TIPOTpecC TEHETUKHU, YXKe CErofHsl Tpei-
CTaBJISIETCSI aKTyaJlbHBIM BHEIpPEHUE 3HAHMII O BO3MOXKHO-
ctax u Metomax IIIIIIM B 3apaBooxpaHeHUE, B KIMHUYE-
CKO€ MBIIIJIEHUE Bpayeil. YMECTHO MOAYEPKHYTh, UTO JIIO-
Oble KIIMHUYECKHE UCCIIeNOBaHUS U aHaIu3bl (OMOXUMUYe-
ckue, QYHKIMOHAbHbIE, CEPOJIOTUYECKUE U 1p.) MO3BOJISI-
10T CyIUTh O TEKYIIEM COCTOSIHUM OpPTaHM3Ma, U TOJIbKO Te-
HETUYECKOe TeCTMPOBAHUE, CIEJaHHOE pa3 B XWU3HMU, JaeT
nHbOpMaIIo 00 YHUKAIbHBIX OCOOEHHOCTSIX HAC/IEACTBEH-
HOI mporpaMMBbl Kaxaoro yejaoBeka. CpaBHUTEIbHBIN aHa-
JIU3 TEeH-TEHHBIX B3aWMOACWCTBUIN, 3SKCIPECCUOHHBIX U
SMUTeHeTUYeCKUX NMpoduieii, HapyleHH MeTaboInIeCKUX
MyTell, CBI3aHHBIX C pabOTOI COOTBETCTBYIOIIMX KAHIMIAT-
HBIX TEHOB, COCTaBJISIIOT OCHOBY COBPEMEHHBIX MCCIIeI0Ba-
Huit M®3. BaxHble JOCTUXEHUS B MCCIEIOBAHUM TeHOMaA
YyeJioBeKa, TMOsIBIEHUE HOBBIX MOJIEKYJISIPHO-TEHETUUECKUX
TEXHOJIOTU, YCTIEXU CUCTEMHOI reHeTUKHU U OuonHdopma-
TUKU cTumyaupytot nepexon ITIIIIM ot udydyeHus aHaTo-
MWMU FeHOMa — K UcCeoBaHUSIM (DYHKIIMOHATbHOM reHO-
MMKH, OT aHaJIM3a TeHOMa MOKO0SI — K TTOHMMAaHUIO TUHAMU-
YECKOro TeHOMa Pa3BMBAIOLIETOCS OpraHu3Ma, K €ro cuc-
TEMHOW T€HETUKE.

Takum obpaszom, BozHukias eie B 2000 r. [TM miperep-
eJia Cepbe3HYI0 3BOJIIOLMIO U TIPOAOJIXKAET COXPAHSIET CBOIO
akTyanbHocTh. OHa mana Havano IITITIM, kotopas B 000-
3puMoOM OyjyllieM BMecTe ¢ OMOMH(POPMAaTUKON U CUCTEM-
HOI T€HETUKON CTaHET HEOThEMJIEMOI YaCThIO TPAHCISLIU-
OHHOI1 (TapreTHOi) MemuIMHBLL. He ucKiIoueHo, 4To yxe
YIIOMUHABIIUICS «T€HETUYECKUIA TTaCTIOPT» B TOM WJIU UHOM
(opme TpaHchoOpMUpyeTCsl B 2JEKTPOHHYIO KapTy 310pO-
Bbsl, COBMELLIEHHYIO C UHAUBUAYAIbHBIMU T€HOMHBIMU JaH-
HbIMU. BHenpeHue CeKBEHMpPOBAHMSI HOBOTO TOKOJICHUS
(NGS), coznanue 0000IIEHHBIX TEHETUYECKUX U KITMHUYE-

CcKuX 0a3 TaHHbBIX — MYTb K «TOYHOI FTeHOMHOI MEAULIMHE»
O1u3Kkoro Oynyiero. Pa3paboTka M BHeOpeHME MacllTad-
HBIX MexXnyHaponHbix npoektoB (EPPPM, Precision medi-
cine) HarpaBJIeHHbIX Ha aHAJIU3 KOPPEJSILIMI MEX1y U3Me-
HEHMSIMM T€HOMa U OCOOEHHOCTSIMU UX (PEHOTUIUYECKOTrO
nposiBiieHus, BKiIodass M®3, cBUIETEILCTBYET 00 aKTyajlb-
HOCTH, MEPCIIEKTUBHOCTH U MPAKTUIECKOI 3HAUNMOCTH UC-
cnenoBanumii o TTTTTIM B HacTosi1Iee Bpems.
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