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[eHOM YenoBeKa

WcTopus ceKkBeHnpoBaHus reHoma

[ToHsTHe «TeHOM» MCTOPMYECKU BO3HUKIIO Kak 0603HaueHHe COBO-
KyIIHOCTM BceX TeHOB KOHKpEeTHOTO OpraHusMa. B cjoBe «reHom»
KOPeHb «TeH» Obl1 00'beIMHEeH C YacTHUlIeli «OM», B3ATOI OT CJIOBA <XPO-
MocoMa». Briocyie/icTBIY YacTUIla «OM» CTajla UrpaTh Pojib cyhodukca,
C ero MoMoIbI0 6GbUTM 00Pa30BaHbI TAKUE CIIOBA, KaK «TPAHCKPUIITOM»,
<IIPOTEOM» U IaKe «JIUTaH/J0M», 0003HaYaloI1e COOTBETCTBEHHO COBO-
KYIIHOCTb BCeX TPAHCKPUIITOB, GeJIKOB U TUTaHZOB B KileTKe. [Tociie TOro
KaK Oblia OTKpbITa pojib JHK B mepenave HacjiencTBeHHOU nHMOPMA-
1Y, 110} TeHOMOM OpraHu3Ma CTajly IOHUMATb HYKJIeOTHIHYIO TocIe-
nosatenbHoCTh JJHK, focTaTo4YHyO /711 BOSHUKHOBEHUA U NOA/epXka-
HYS HOPMaJIbHOM KM3HeZesATeJbHOCTY OpPraHu3Ma.

ITosnHas HyKJIeOTUAHAS MOCTIeA0BaTeIbHOCTS TeHOMa YesioBeKa Oblia
ompezesieHa B pe3yJibTaTe paboTh MeXIYHAPOAHOTO HCCIIeJOBATEebCKO-
ro MPOeKTa, CTABIIEro KyJlbMUHAIMeNd COBMECTHOI PaboThl TeHETUKOB
MHOrux crpaH. [lepBas, Tak Ha3biBaeMas «4epHOBas», Bepcus reHoma
4esoBeKa Obla ony6srkoBaHa B 2001 r. B xkypHane «Nature». Dta Bep-
CUs BIIepBbIe Aajia MpeAcTaByeHue o NouTh 90% mocneoBaTeIbHOCTU
reHOMa pasmMepoM 3,2 MJpA nap HykJIeoTuzoB. OKasanoch, YTO FeHOM
Jesi0BeKa COZEpPIKUT HAMHOTO MeHbIlle TeHOB, YeM GbUIO MpesCcKa3aHo
akcrepramu, — Menee 30 000. ITonHas Bepcus reHoma 4eaoBeKa, CTaB-
mas foctynHoii B 2003 r., conepskana okoo 20 500 reHos. B Hacrosmiee
BpeMs CTPYKTypHasi OpPraHM3alis KaAOTO U3 3THX IeHOB HOJAPOOHO
OTKCaHa, OHAKO (QYHKIMM MHOTMX W3 HUX OCTAIOTCS HEU3BECTHBIMU.
YesoBedecTBy elle NPeJCTOUT BBIACHUTb, KaK MMEHHO KOAUpYyeMble
reHamu Geku 06beMHSIOTCS, 06pa3yst GUONOTMYeCK A MOPTPeT opra-
Hu3Mma. Ha 310 motpebyeTcsi [0 MeHbIieil Mepe CTOJIeTHe.

Tem He merHee @pancuc Komnmuns (Francis S. Collins), pykoBonuTens
aMepUKaHCKOU MporpaMMbl «[eHOM desioBeKa», yiKe CpaBHUI ONy0Iu-
KOBAHHYIO [10CJIe/0BaTeIbHOCTh TeHOMA 4YeJIoBeKa C KHUTOM, B KOTOPOI
KaXZIbIi YMTaTeNlb HAXOAUT YTO-TO MHTepecHoe AJs cebs. VcTopuk
YUTAeT ee KaK OTYeT O JJIUTeIbHOM IyTelleCTBUY Hallero BU/A II0 peKe
BpeMeHU. VIH)KeHep — KaK PyKOBO/ICTBO MO 9KCILTyaTallkK C MOAPOOHbI-
MU 4epTeXaMu KaKAON KJIETKU. A KJIMHWIKCT MojydaeT 0ObsCHeHHe,
KaK Ipe/i0TBpamaTh 60Jie3HH U JIEYUTh UX.

B paborte 1o CeKBeHMPOBAHUIO U COOPKe TeHOMA YeoBeKa y4acTBO-
BaJIM yueHble U3 MHOTUX CTpaH Mupa. HauGombuiuii BKIas BHECIH TPU
KOMaH/Ibl: aMepuKaHcKas rocyaapcrsenHas (Human Genome Project),
Gputanckas rocynapcrBenHas (Wellcome Trust Sanger Institute), a
Takxe vactHas Kopropanus Celera Genomics w3 mrata MepueHs.
Hemaso paGoTel 6bII0 MPOAEaHO TaKKe reHeTMKamu u3 [epmaHuu,



YACTb |

18 COBPEMEHHAA MEAVLINHCKASA TEHETUKA

@pannuy, Anonun, Kurag u Poccun. BaxHO OTMETHTb, YTO COABTOPAaMHU CTaThH,
OMHCHIBAIOIIEN Pe3y/IbTaThl PabOTHI, BLIIOIHEHHOH MeXAYHAPOAHBIM KOHCOPLIUYMOM
0 ceKBeHMpoBaHuio yenoBedeckoro renoma (IHGSC) u omny6aMKOBaHHOI B XKypHaie
«Nature», cranu okono 2800 desioBex, KOTOpble paboTanu 1Mo BceMy Mupy (Tabi. 1-1).
B nporpamme «I'eHOM 4YesioBeKa» yuacTBoBaso 6osee 400 pocCHICKUX HcCTenoBaTeNekt
u3 30 HayYHBIX YUpeXAeHHii, UMU ObLIM OMyOJMKOBaHBI COTHU HAyYHBIX PaboOT, OMU-
CHIBAIOIIMX Pa3jMyYHble YYaCTKHU reHOMaA 4YeloBeKa U MOJieJIbHBIX )XMBOTHBIX. B 6a3ax
IaHHBIX POCCHACKMMH yYeHbIMU ObLIM 3aperiMCTpHpOBaHbI G0Jlee MUITHOHA HYKJIEO-
TUAHBIX Tap ¢parmMeHToB JIHK yesoBeKa M MHOTMe COTHM TeHETUYeCKUX MapKepoB,
uMeloIux 60IIbIIoe 3HAYeHHe [IJIS IeTaJIbHOTO aHalnu3a reHoMa JesioBeka. Poccuiickast
HporpaMma 13y4eHus reHoMa 6bia moziiepxkaHa MUHICTEPCTBOM HayKH U TEXHOJIOTUH
P® u npe3uanymom PAH. Poccuiickuit akanemuk A.Jl. Mup3abekos (1937-2003 rr.) B
TedeHNe HeCKOJIbKUX JIeT ObLI BUIle-TIpe3usieHTOM MeXayHapoRHOH OpraHu3amyy 1o
u3ydeHuio renoma yenoseka (HUGO).

Tabnuua 1-1. HayyHble LEHTPbI, B pe3ynbTare 00beUHEHHbIX YCUUA OnNpeaenuBLIMeE NOSHYIO nocne-

[0BaTeNIbHOCTb reHOMa 4eJl0BeKa

Ha3BaHue ueHTpa lopoa CtpaHa
Whitehead Institute/MIT Center for Genome | Kem6pumx, Maccadycetc CLUA
Research
The Wellcome Trust Sanger Institute XUHKCTOH, Kem6puapxLimp BenukobputaHus
Washington University School of Medicine | Cent-Jlyuc, Jlyn3nana CLUA
Genome Sequencing Center
U. S. Department of Energy Joint Genome | BonHat Kpuk, KanudopHus CLUA
Institute
Baylor College of Medicine Human Genome | Xb0CTOH, Texac CLUA
Sequencing Center
RIKEN Genomic Sciences Center okorama SinoHns
Genoscope and CNRS UMR-8030 9Bpu ®paHuus
GTC Sequencing Center, Genome Yontxam, Maccavycetc CLLUA
Therapeutics Corporation
Department of Genome Analysis, Institute | lena ['epmaHus
of Molecular Biotechnology
Beijing Genomics Institute/Human Genome | [MekuH Kutait
Center
Multimegabase Sequencing Center, The CuatTn, BalmHrTox CLUA
Institute for Systems Biology
Stanford Genome Technology Center CtaHdhopa, KanudopHus CLUA
Stanford Human Genome Center and CraHdhopa, Kanudophusa CLLUA
Department of Genetics, Stanford University
School of Medicine
University of Washington Genome Center CuatTn, BalunHIToH CLUA
Department of Molecular Biology, Keio Tokno SAnoHns
University School of Medicine
University of Texas Southwestern Medical | Jannac, Texac CLUA
Center at Dallas
University of Oklahoma’s Advanced Center |HopmaHH, Oknaxoma CLLUA
for Genome Technology, Dept. of Chemistry
and Biochemistry, University of Oklahoma
Max Planck Institute for Molecular Genetics | bepnuH lepmaHus
Cold Spring Harbor Laboratory, Lita Kong Cnpunr Xap6op, Hbto-Mopk | CLLA
Annenberg Hazen Genome Center,
GBF - German Research Centre for BpayHwBsenr lepmanuns
Biotechnology
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Ilo oduiManbHBIM JAHHBIM, HAa OIpeJieJieHWe MOJHOM HYKJIeOTHIHON MOCIeso-
BAaTeJILHOCTH IeHOMa 4YejioBeKa ObLIo 3atpadeno 300 muH gosiapoB. Ho aTa meHa
HMYTOXKHA TI0 CPaBHEHMIO C BBITOJIOM /st YesioBedecTBa — GecieHHON nHdopMaruei o
MOJIEKYJISIPHBIX OCHOBAX CYIIeCTBOBAHMS M HOBBIMU TEXHOJIOTUSIMH, Pa3paboTaHHBIMU
B xo7ie TpoekTa «I[eHOM 4YenoBeka». Yxe B 2006—-2009 rT. LieHa onpefiesieHUs NOJTHOU
HYKJIEOTH/IHOY TIOCTIe/IOBAaTeIbHOCTH MHAMBUAYAIbHOTO TeHOMA CHU3WIACh 6ojiee yeM
Ha /[Ba TOPS/IKa, YTO MPUBEJIO K MyOIMKAIUK MOJHBIX HYKIEOTH/IHBIX MOCIIe/I0BATEb-
HOCTel TeHOMa HeCKOJIbKAMH U3BECTHBIMM YUeHBIMH, B TOM YHCJle OZHOTO U3 IepBO-
oTtkpbiBaTenein crpyktypel JHK JDxeiimca YorcoHa u ocHoBarensi komnaHuu Celera
Genomics Kpeiira BenTepa. B HacTosiiee BpeMst IieHa CEKBeHUPOBAHUS U COOPKU MHIU-
BU/lyaJIbHOTO reHoMa cocTaBiseT npumepHo 10 000 nonnapos.

Pe3ynbTaThl IepBOrO KCCe[JOBaHUSA MHAVBUYaJbHOTO TeHOMA, BBIOJHEHHOTO B
paMKax MeJUIIMHCKOro 06c/iefioBaHus, ObLIN ony6KkoBaHbl B Mae 2010 r. B 6puTaH-
cKoM jkypHasie «Lancet>. Y GOJBHOTO C HaCJeCTBEHHBIM 3a00JieBaHIEM COCYZOB, B
ceMbe KOTOPOTO BCTPEYaTiCh CPABHUTEILHO PaHHKE CMePTH, ObLIO B3SITO IS aHAIM3a
BCEro 2 MJI BeHO3HOU KpoBu. CeKBeHUpOBaHue ObIJIO MPOBEIEHO C IIOMOIIbIO T1aTdhop-
mbl Heliscope (Helicos BioSciences, Cambridge, MA). Y4eHble Tak)ke IPOBEJH JIOMOJ-
HUTEJNbHYI0 BepUQPHUKALUI0 HEKOTOPBIX BXXKHBIX MOJTUMOPQHBIX YYaCTKOB € TIOMOIIBIO
npyroii cekBeHupywomeil margopmsel Illumina Bead Array (San Diego, CA, USA).
B pesysibraTe MOJHOTO TEHETUYECKOTO aHaiu3a GbLIO BBISBIEHO HECKOJBKO HOBBIX
MyTallMi ¥ TeHHbIX BAPUAHTOB, OTBETCTBEHHBIX 32 MOHOTeHHbIe 3a60eBaHus (BO BCeX
Clly4yasx Takye BapUaHThI IPUCYTCTBOBAIU TOJIBKO B OHOM KOMKK), @ TAKXe LeJIblii pAx
OZHOHYKJIEOTHAHBIX MOJMMOPGU3MOB U F€HHBIX BAPHAHTOB, BIUAIOIINX HA 0COOEHHO-
cty papMaKOKMHETHKU U papMaKOANHAMUKY JIeKaPCTBEHHBIX Cpe/cTB. Bbutu czienaHel
BBIBOZIbI O BBICOKOH CTeleH! reHeTUYeCcKOH MpeapaciosioKeHHOCTHY TaleHTa K pa3Bu-
THIO UIIEMUYIECKON GOJIe3HH Cep/illa U aHEeBPU3MBbI a0PThI, @ TAKIKE O PUCKE YCTONINBO-
CTH K Tepamyy KJIOMKAOTPeJIOM U ONIACHOCTY BBICOKUX 103 BapdapuHa B Cliy4ae, ecii B
GynyieM OyzieT MPUHATO pellleHre O TPOBeJIeHUH COOTBETCTBYIOIIErO JIeYeHNs ellle He
pa3BUBLIKXCs 3a00JIEBAHMUIA.

B03MO3KHO, 4TO B GyivsKaiiieM OyaylieM CTOUMOCTb CeKBeHUPOBaHUs UHAUBUYaJIb-
HOT'0 reHOMa 4eJIoBeKa oykHa yrnacTb 0 1000 gonnapos. Takas LieHa BIIOJIHE JOCTYIIHA
17ist OOBIYHBIX JIFO/IEN, KOTOPbIe GyAyT MPUBJIEYEHbI BO3MOXHOCTSMU CBOEBPEMEHHOTO
BBISIBJIEHUS] HAC/IEZICTBEHHOM MPeIPACTIOI0KEeHHOCTH K TOMY UM HHOMY 3a60JIeBaHUIO
Y MHIVBUIYaJbHOIO IOAXOAA K JiedeHUI0. JIOCTYIHOCTb TeéHOMHOTO CeKBEHUPOBaHUSA
IIPUBEZIET K TOMY, YTO OTCYTCTBHE MOAPOOHOI reHeTH4ecKoi HHPOpPMaLuK epecTaHeT
JIMMUTHPOBAThH Pa3BUTHE KIMHUIECKOU reHeTUKH. I1epBhiii 00HA/eXKUBAOIIMIA TPUME]D
TAKOTO pPOfia MUCCJIefloBaHUsI — paboTa, BeinomHeHHass B 2008 T., 0 U3YUEHUIO BHI3bI-
BaeMOH CTaTUHaMHU MUonaTuu. CTaTUHBI OTHOCATCA K YKMCIIy CAMBIX PacIIPOCTPaHeHHbIX
Ha CerOJHAIUHWN JileHb IIpenapaToB, MOHWXAIOUNUX YPOBEHb XOJeCTePUHA B KPOBH,
unrnbutopsl TMI'-KoA-penykrasbl. ¥V 3TOi IpYNIbl MPENapaToB MMeEeTCs JOBOJIBHO
PeIKuii, HO Cepbe3HbI MOOOYHBINA 3PPEKT — MHUOMATHS, KOTOPAs MOXKET [IPUBECTH K
TSDKEJION movedHo HegocTaTouHocTU. VI3 6031 venoBeka, 06CIe[OBaHHBIX B PaMKax
nporpammbl SEARCH, nociie mprema 06bI4HO#M A03b1 cTatiHa (80 Mr) BbISBIEHO 85
NalMeHTOoB ¢ NpU3HaKaMu MuonaTuu. ITonHoreHoMHoe uccaenosanue JJHK aTux nauu-
enToB (GWAS) 1 90 maiiieHTOB U3 TOIi e BbIOOPKH, HO He MPOSIBJISIONMINX IPU3HAKOB
MUOIATHH, TT03BOJIMIO OOHAPYXUTh OJUH MONMMOPGU3M, CBS3aHHBIN C MOSIBJIEHUEM
Mmuonatiy. MM okasascs OZHOHYKJIeOTHAHBIN nomMopdusm B reHe SLCOIBI, xoxu-
pytomiem Gesiok aHuoHHOro Tpancmopra OATP1B1, pacnonoxeHHOM B XpoMocome 12.
ITpumepHO 60% BBI3BaHHOW CTATUHAMU MMOIIATUU OKa3aJIVCh CBA3aHHBIMU C aJljielib-
HbiM BapuaHToM C SNP rs4363657. TakuM 006pa3oM, reHOTUNMPOBAHKE MO COOTBET-
cTBytomeMy SNP N03BOUT A1aTh BBICOKOBEPOATHBIM IPOTHO3 HAIMYXS WX OTCYTCTBUSA
y JJaHHOTO MaliieHTa TOGOYHO!N PeaKlMy Ha Tepanuio cratuHamu. Hazo oTMeTUTS, 4To
IMPOKOE PacIpocTpaHeHre MepCOHUPUIMPOBAHHON MeUIMHbI TOTPeOyeT Co3/iaHus
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