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CaMbM KPYMHbIM  MeXAyHapOaHbIV

Hay4HbI NPOEKT B UCTOPUM YerioBeyecTBa
- «leHom 4enoBeka», C TrocGaXeTOM
bonee 2 munnuapgoB gonnapos CLUA (c
y4yeTom domHaHCUpoBaHUSA YacCTHbIX
KOMMaHuM, cymMmma BO3pacTaeT Ha
HECKOJIbKO NnopsiaKoB bonbLue),
NCNOsb3yHLWUNA camble nepenoBsble
OOCTWXKEHUSI HayKM U TEXHUKW, U BECb
apceHan 3HaHWW, HaKOMJIEHHbIX Hallen
unMBMIM3aumMen, npuU3BaHHbIN  pasragaTtb
camylo Gonbllylo TarHy 4yenoBeka - €ro
HacneaCcTBeHHbI  Kof, reHeTU4eCKyHo
nporpamMmy Mo KOTOPOM OH pasBMBaeTCH,
pacTeT U XMBET BOT y>K€ MHOIME MUSTNOHBbI
neT, BbIXOAUT Ha (PUHULLIHYIO MPSIMYIO.

O npoekre

Mem,u,yHapop,H bl NPOEKT «["eHom

yenoBeka» dpopmarnbHO cTtaptoBan B 1990
rogy (xota nogrotoButenbHble paboTbl
BEnMCb 3a JOMro OO 3TOro) nog CTpornm
koopanHupoBaHnem [enaptamenta CLUA
no OHepreTMke W TPynNnon BeayLmnx
WHCTUTYTOB 34paBOOXpaHEHUst AMEpPUKMN.
OH nnaHupoBancsa kak 15-neTHUn MNpOeKT,
HO Wu3-3a OypHOro pocTa HayKOeMKUX
onotexHonormn koHua 90-x rogoe, ero
nonHoe BbiNonMHeHne oxunpgaetcsa B 2003
rogy, a MoXeT 1 paHblLUe.

MpoekT ob6beauHseT COTHM Hay4HbIX
LEHTPOB, nabopaTtopun, WHCTUTYTOB,
YHUBEPCUTETOB U KOMMEPYECKMX KOMMaHUN
CUWA, 'epmanuun, AHrnuum, Kutas, AnoHuu n
Poccun. CneumanbHO nog npoekT Obino
co3gaHo MHOro nccnegoBaTenbCKux
pabouunx rpynn, nabopatopun n LIEHTPOB,
Hanpumep, B 1997 r. 6bin NOCTPOEH OAWH
M3 CaMbIX MOLLHbIX Ha CErogHsILLHWUA OEeHb
MOSEKYNSAPHO-TEHETUYECKMX  LEHTPOB —

O6beanHeHHbI M'eHoMHbIM UHCTUTYT (Joint
Genome Institute).

MeHs, Kak  rpaxgaHuHa Poccun,
0e3yMHO pagyeT TOT hakT, YTO B MPOEKTe
yyacteyeT MHOro BbICOKOKIMACCHbIX
cneumanucToB-6mnonoros n3 Poccun,
paboTalowmnx 3gecb, NMMBG0 NO KOHTPAaKTY,
Tam. He Mory He YNOMSIHYTb
MONEKYNAPHbIX reHeTUKOB Hartanbto
KynpvHy »n Bnagumupa JlapmoHosa (NIH
National Institute of Environmental Health
Sciences), pa3paboTaBLUMX OpPUTMHASbHYHO
MeToauky «TAR» [Ona HaxoXgeHusa u
KapTUPOBaHUA B FEHOME MHOIMOYUCIIEHHbIX
BapuaHTOB OOHOrO W TOr0 Xe reHa, Tak
HasblBaeMbIX annenen (No aTon MeToauke
paboTtaeT cenyac Bcsa EBpona n Amepuka),
Cepresi KossiskuHa (Fidelity Systems, Inc),
npuaymasLlero MeToq OHK-
penakcmpoBaHua nnasmug U BEKTOPOB,
OCHOBHbIX MOJEKYNAPHbIX WHCTPYMEHTOB
KNOHMPOBAHMA W BCTpauMBaHUS T[EHOB B
HY>XHYt0O ob6nactb Xxpomocombl. Criegyet
OTMEeTUTb, YTO y Hac B Poccuun, B pamkax
MeXayHapogHoro npoekTa «[eHom
yenoseka» Cc 1988 r. cyuwecTtByeT CBOA
aHanormyHasi HauuoHanbHas nporpamma,
KoTopas o0beauHseT Oonbwe aBaguaTtu
Hay4HbIX W MEOULMHCKUX  YYpexaeHun

MockBbil, CaHkT-lNeTepbypra n
Hosocubupcka, c rMaBHbIM
nccnepoBaTenbCKUM LEeHTPOM B
OHrenbrapaToBCKOM NHCTUTYTE

MonekynsipHon 6uonorum PAH.

[maBHble Uenn, KoTopble npecnegyet
MeXayHapoaHbIn NPOEKT -
naeHtTudnumnposaTb BCe, NPMONNU3NTENLHO,
100 TbIC. reHoB B 4enose4deckon [HK;
YCTaHOBUTb TOYHO MOCNenoBaTeNnbHOCTb
no4tn 3 GUNIMOHOB a30TUCTbIX OCHOBAHWUMN,
n3 Kotopbix coctout [OHK u4enoseka;
nepeBecTn BCIO MOSTYYEHHYO UHGOPMALUIO
B popMann3oBaHHbIN BUO N pa3MeCcTUTb ee
B 00LEeA0CTYMNHbIX KOMMbIOTEPHbIX 6a3ax

AaHHbIX; paspaboTatb  nporpamMMHble
WHCTPYMEHTbl  ANs  aHanu3a  Takoro
OrPOMHOrO mMaccusa nony4YeHHou
nHdopmauun;  pasBuTb  Ha  OCHOBE
reHOMHOro aHanusa onpeaeneHHyto
KOHLEeNnuuio  NPUMNoXeHUn  pesynbTaToB

AaHHOro npoekTa B 3TUYECKOW, NPaBOBOM U
coumanbHou chepax YenoBEYECKOWN XKU3HN.



YHUKanNbHbIA  acnekT «["eHoMHOoro
Mpoekta» — nepBoe 0064A3aTeNbCTBO
Hay4Horo MUPOBOTO coobLecTBa
agpecoBaTb  MNOJSlyYeHHble pe3ynbTaTbl B

pasnuyHble coumarnbHO-NpPaBoBble Ccdepsl
CYLLLeCTBOBaHUS HalUen LMBUNN3aLmm

Hexoropbie MoOpaJbHO-
ITHYECKHE ACTIEKThI

Eme 3a00Mro Ao Havana peanusauuu

npoekta «leHOM 4enoBeka» MHOIMMU
N3BECTHbIMU y4eHbIMU, topmucTamu,
coumonoramm BbICKa3blBanuchb
OBONCTBEHHbIE CYXOEHUs, - C OLHOW
CTOPOHBbI, TpygHo nepeoueHnTb
3HAa4YMMOCTb noslydeHHou B aTON

nporpaMmme WHQOpPMaUUM O BCeX reHax
yenoBeka, YTO OHW KOOMPYIOT, KaKyt
PYHKUMIO BbIMOSTHAKT B OpraHvM3Me, Kakue
OonesHn wunu aHomanuu BO3HMKAKT Mpu
TeX WM WHbIX HapyLleHUsX B CTPYKType
reHa uWnAM MeTode €ero CuUMTbiBaHus, C
APYron — KapTUpysa Hally HacnegCTBEHHYHO
MHpopmaumo, Mbl Kak Obl oronsem ee,
BbICTABNSIEM BCE «KO3bIPU» U  «MNOXYHO
KapTy» 4enoBeyecTBa Harnokas, U HeT
HUKAKOMW rapaHTuM, 4YTO 3TW 3HaHMA B
Oyayuwiem He 0B6epHYTbCS MPOTUB Xe Hac
camux. Kasanocb 6bl, 4TO ONACHOro B TOM,
YTO YyuyeHble co34adyT MOSHbIA  KaTanor
reHOB  YernoBeka-pasymMHoro u  6yayr
XpaHUTb ero ThICAYU Konun B
obLenocTynHblX ceTeBblX OubnuoTekax.
Ho, k coxaneHnuto, noka Ha 3emrie He Bce
noau pasyMHbl, eLle NpogornkarT ymupaTb
OT paspbiBHbIX Nyfb U aBMACHApPSAOB, elle
ybuBaloT u3-3a Bepbl U BO UMS BEPbI, U3-
3a JeHer, uBeTa KOXu, HaLMOHaNnbHOCTH.
Hayka, megmumHa n GmnotexHonormm Ha
pybexe yxogsuero XX Beka, He 6e3
MOMOLLM «TEXHONOMMYECKOro B3pbiBa» B
KOMMNbIOTEPHOM MHAYCTPUM WU BCceobLien
WHTEepHeTanuMsauumn, cosepliuna gaxe He
OOMH, a HeCcKoNbKO MpOpbLIBOB Brepend, U
MHE KaXeTCsl, YTO YerioBeyecTBo, B obLieMm,
elle He rotToBO MeHTanbHO, NoaYepKMBato,
MMEHHO MEHTanbHO, NpaBuibHO, BO ©naro

MCNonb30BaThb Takyo «CEePbe3HYyH»
NHOPMaLNIO, TaK Xe, Kak He BbIfo roToBo
B CepeguHe COpOKOBbIX K MOSIBMEHUIO
aTOMHOrO OpPYXUSl.

MaHunynauum ¢ reHeTUYECKMM KogoM B
paMKax BCEro 4enoBevyecTBa B BbICLUEN
CTEMEHN OTBETCTBEHHAA Belb — MOXHO
pa3 u HaBcerga ctepeTb C nuua 3emnu
coTHM 6GonesHen, a MOXHO, wu3obpecTn
TbICAYN HOBbIX, Aa TaKUX NU3OLLPEHHbIX, YTO
pak n CINMNL nokaxyTtcs A4eTCKMM neneTom,
MOXHO 00 6eckoHeyHOCTM  ynydwaTtb
4YenoBeYyeckyo nopody 1M He nogo3pesaTb O
TOM, YTO KEM-TO, KOrga-To U 3a4em-To, Mo
npocToTe [AyweBHOW, a fb CO 3M0ro
ymbicna, 3anoxeHa B reHodoHA
YyenoseyecTBa reHeTnyeckas 6omba
3amMefiIeHHOro OencTBud, KoTopasi yepes
200 net, a moxeT 2000 net gact o cebe
3HaTb rapaHTUPOBAHHO KaXXAOMy XWUTEM
nnaHeTbl.

He yTuxaloT ©n cerogHs >xapkue
anckyccun  Ha  Buoatmyeckune  TeEMb.
HanowmHio, 4tO OMO3TMKA — 3TO Hayka,

nayyarouiasi pasnuyHble rnpasuna 1 3akOHbI
B3aMMOOTHOLLEHMI ntoaen (Bpay-naumeHT,
nccnegoBaTenb-UCnbITyeMbIN, nauuneHT-
POACTBEHHUKN-0OLLECTBO, Bpay-o0LLECTBO
nT. A4) B Meaguko-buonormyeckon cgepe
NX AeATENbHOCTMW.

CambiMmun XapKknmu Ha nobon
KOH(pepeHUMM no OmMoaTMke No npexHemy
ocTalTca BOT yxe 10 neTt AuMcKyccuum Ha

TemMy «reHHon Tepanum». CyTb TEHHOWM
Tepanum Wnu reHotepanunm COCTOUT B
cnegyowem: nauneHTy, Hanpumep,
GonbHOMY pakom, BBOAST B OpraHu3m npwu
nomoLLn pasnnYHbIX MeaWLMHCKUX
npuemMoB onpefeneHHble reHeTuyeckue

KOHCTPYKUMN (OOMH TEH WM HECKOJIbKO)
BCTPOEHHbIE B TPaHCMOPTHbIE HOCUTENU —
peTpOBUPYCHbIE BEKTOPbI, KOTOpble
Onarogapss  cBoen  npupode,  Nerko
BCTpamBatotca B nwobyo obnacte [JHK
XpoOMOCOM 4ernoBeka. Ho nockornbky B
TakoM BEKTOpe uccrnegosaTensamu, Kak Obl
3amMacKknpoBaH HY>XXHbIV «3[00pOBbIN»
KNOHNPOBaHHbIN reH, BMecCTe c
PETPOBMPYCHBIM BEKTOPOM B FEHOM KNETKU
BCTpamBaeTCd W  [OOHOPCKUMA  9K3OreH.
TepaneBTuyecknn apdekT agocTuraeTca
nnbo 3a cyeT IKCnpeccun BBEAEHHOMO reHa



HegocTawowero opraHusmy 6enka B
MHPUUMPOBaAHHBIX  KneTkax (3To, Tak
Ha3blBaemas NO3UTUBHAs reHHas Tepanus,
Hanpumep, Mpu apTpuTax BBOAAT TreH
OLHOro N3 WHTEPNENKNHOB, B pea3ynbTaTe
4yero opraHM3MoM CuUHTesupyeTca Bernok —
NHTEPIIEMKUH, KOTOPbIA NOCTynaeT B KPOBb
N BOCMOSMHSAET ero Hepgoctadvy), nmbo 3a
cyert TOPMOXEHUS
rMNepPaKCcnpeccupyoLLmMxcs nnu

N3MEHEHHbIX TFEeHOB (HeraTMBHas reHHasd
Tepanus).
Tak BOT, BO3BpallasiCb K BOMPOCYy O

OMO3TUKE B TEHHOW Tepanuu camble
OCTpble CMOpbl Ha CEroAHSALWHUA OeHb
BeayTcs BOKpyr 3anpeta CoeTa EBponbl,

BO3a, MexagyHapogHon bBuoatuyeckon
Accoumnauymen Ha reHeTn4yeckmne
MaHUNyNAaUMM  Ha  MOMOBbIX  KreTkax

yesioBeka, KOTopble MOryTt OTpa3unTbCA Ha

ero Oyaywem notomMcTtBe, W  BOKPYr
BO3MOXXHOCTM npoBeaeHus Takon
reHeTUYECKON KOppPEeKuMM Yy ele He

poamBluerocsa pebeHka, T.e. — in utero. Kak
nokasanu nocnegHne aKCnepuMeHTanbHble
AaHHble, NOSyYeHHble Ha  XXUBOTHbIX,
MEPEHOC OCHOBHbLIX MPUEMOB W METOAMUK
FeHHOM Tepanuu COMaTUYECKMX KNEeTOK Ha
aMOpuoHarnbHble U MONOBble  KNEeTKM,
BMOSIHE BO3MOXEH M 3a4acTylo SABNSeTCs
€ONHCTBEHHbIM pPELUEHNMEM MNPU  PaHHUX
reHeTUYEeCKMUX NaTonorusx u naTonorusx,
CBAA3aHHbIX C HEBO3MOXHOCTbK O0NbHOro
nmeTb geten. Ho namatys 0 BO3MOXHbIX
nocneacTBusix, oOLLLECTBO elle He roTOBO
OAHO3HA4YHO MpaBUIIbHO ONpeaennTbCs B

3TOM Bornpoce, KaKk Bcerga MHEeHUA
pasgenunnncb Ha aAnamMeTparibHO
NPOTUBOMNONOXHbIE, OOHM npogorxarT

HacTavBaTb Ha MOJSIHOM 3anpeTe MacCcoOBOro
KNMUHNYECKOro npuMeHeHus Takux
TEXHOMNOrMM, OpyrMe — O4YeHb OCTOPOXHO
BbICKa3blBalOTCA MO 3TOMYy NoBoAdYy, TPETbU
— HaobopoT, TpebylT HezamennUTEeSbHbIX
paspeLunTeribHbIX CaHKLUMN.

Lpyron  MopanbHO-3TUYECKUM  acnekT
NPUNoXeHns «["eHOMHOoro npoekTa»,
Kacatowerocs LUMPOKO  MCMNONb3yeEMOro

CerofHsi, OT KPUMUHANMMUCTUKMN OO0 OpayHbIX
areHTCTB, MeToda TeCcTUpOBaHWUSA UK
ckpyHnHra [OHK 4yenoBeka Ha npegmer
HannumMsa Tex UMM UHbIX FreHHbIX aHOManuu,

MyTaLuHn, ABnseTcs - OMNacHOCTb
reHeTUYEeCKon  AUCKPUMMHaUUK  NOOEWN.
Mpuuem, YyernoBek MOXeT ObITb

COBEpLUEHHO 3[0pPOB Kak BHeLUHe, TaK Wu
BHYTpPEHHe, HO npu TectnpoBaHun ero JHK
obHapyxuBaeTcsa aHOManusa OOHOro rexHa,
KoTopas MOXeT nposiButb cebs ¢
BEPOATHOCTBIO B 60% B NOXWIIOM
BO3pacTe, Hanpumep, B Buae OCTPOro
cepgeyHoro  npuctyna —  WHapkTa
MUoOKapaa. OTOro MOXET U He MPOU30UTH,
HO, K [MpuMepy, CcTpaxoBasd KOMMaHUS,
y3HaB O pe3ynbTaTax TecTUpOBaHUA,
OTKa3blBaeTCA CTpaxoBaTb TaKOro KrvMeHTa
OT cepAeyHoro npuctyna. OTO pearbHbIn
npuMep M3 XU3HM W Takux npeueneHToB
yxe MHoro. Hanpumep, B CLLUA n N'epmaHunn
OblM  3adPUKCUPOBaHbI  MHOTOYUCHIEHHbIE
OTKasbl B TpygoycTpoWcTBe Ha pabory,
3auncrieHun B ydebHble 3aBedeHus, gaxe
Opakn pacnaganucb un3-3a He COBCEM
«npaBusibHbIX» pesynbTaTtoB [OHK-TecToB.
£ y>K He roBOpPIO O NCUXUYECKUX CTpadaHus,
KOTOpble  MOXEeT  MNOSyYuTb  YeroBek,
Y3HaBLUMWA, YTO >KMBET C MYTUPYHOLLUM
reHOM W KOTOpbIM MOXeT pasBUTLCA B
noboe BpeMsi B ornacHyto 605esHb.

Bce 9TO 04eHb CnoOXHble MOpanbHO-
npaBoBble, 3TUYECKMe, MCUXonornyeckme
acnekTbl, nosiBUBLLMECSH BO
B3aMMOOTHOLLEHUSX JIO4en C NpuUxogom
HOBbIX MEOUUMHCKUX U  BNoNnorn4eckmx
MeTOAMK, 3aTparmBarLMX reHOM YeroBekKa,
KOTOpble B paBHOW cTeneHn TpebytoT
CBOEro peLleHusi, KaKk Ha rocyaapCTBEHHOM
YpOBHE, TaKk W Ha YpOBHe 0Obl4HON
«BbITOBOM» KYNbTYpbl NOBEAEHWS.

Y710 HOBOTO...

B cepeanHe anpenda J3Toro roga

nccrniegoBartenu, yyacTtsyoLime B
«[[@HOMHOM  MpoekTe»,  OOoSIoXKUInm o
npakTn4eckn nonHom paclumdposke 5, 16 n
19-n xpomocom 4yernoBeka. HanomHio, 4TO
KaXkgas Halwla Cc BaMu KneTka coaepXxut 23
XPOMOCOMbI, 22 U3 KOTOPbIX  SABMSAKTCSA
YHUKanNbHbIMU ayTocoMaTn4ecknmm
XpoMOCOMamMu 1 ogHa, nnbo X-xpomocoma,
nnbo Y, onpegensowaa non. Hackonbko
Ba)XHbl 3TW pe3ynbTaTbl, MOXHO CyauUTb NO



TOMY, CKONbKO pacnpocTpaHeHHbIX
bonesHen ABNALOTCA cneacTBMemM
MeTabonMyecknx HapyweHUn WU TreHHbIX
MyTaumnm B 39TuUX XxXpomocomax. [lpuseay
NULWb HEKOTOPbIE U3 HUX.

Tak, 5-xpomocoma, KogupytoLlas,
npubnuantensHo, 6% OT Bcero reHoma
yenoBeka, HeceT Ha cebe  reHbl,

oTBevawLue 3a pa3BuTne Takmx bonesHen,
KaKk acTMa, KapnukoBOCTb (HaHOCOMWKS),
NMMyHOAEMUUUT YenosBeka, LWn3odpeHus,
KneToyHas kapuumHOMa, rryxoTa, ocTpas
Nenkemusi, CKIMOHHOCTb K  OXMUPEHWUIO,
BPOXAEHHbIN  AedeKkT MexnpeacepaHon
neperopoaku cepaua y aeTten.
16-xpomocoma (3% OT reHoma), Kak
oKasarnocb, COOEPXUT reHbl, yyYacTByloLine
B pas3BuUTUK A3B N KONUTOB, 6onesHn KpoHa,
paka rpyaM v npocrtaTtbl, BPOXOEHHOW
rmnonnacTnyeckon aHemmn ®aHKoHU 1 eLle

HEeKOTOPbIX BUOOB nenkemum n
HenpogereHepaTuUBHbIX  HapyweHun y
NOLPOCTKOB.

19-9 xe xpomocoma (2% OT reHoma),
camas MmarieHbkasd u3 3TOW Tpouubl, HO
O4Ha Wn3 CaMblX BaXHbIX B reHoMe
yenoBseka, HeceT Ha cebe uenyl rpynny
HeobxoanMbIX ans noodomn KNeTKn
«3alUNTHBIX» reHoB. Tak, y4eHbIM yaanochb
KapTupoBaTb TPWU reHa, BOBMEYEHHbIX B
cuctemy CaMOBOCCTaHOBIEHMS
NoBpPEXAEHHON MONeKynbl OHK B
pesynbTtate AeucTBus HebnaronpuATHbIX
(haKkTOpOB OKpyxatoLlen cpeabl (paguaums,
TOKCWHBI, KaHueporeHsl 1 1.4.). Ecnu Takas
cuctema  penapauun  monekynol  OHK
HapyLleHa Unu NONHOCTbIO BbIKMOYEHA, TO
AanbHenwasn cyabba KneTkn He 3aBugHas,
- OHa nubo nornbaet, NMBO, YTO eLle Xyxe,
nepepoXxgaeTcs B pakoBylo.

Ewe oaHa oyeHb BaxxHasi cuctema reHoB
noeHTnguumnpoBaHa y4yeHolMM B 9TON 19-
xpomocome. Llenbix 60 reHoB oTBe4aroT 3a
paspyLlleHne  MHOPOOHbLIX  XUMWYECKNX
BELLEeCTB (Hanpumep, ankorons),
pa3fIMYHbIX TOKCUHOB, (hapMakonorn4yecknx
npenapaTtoB, W BblBedeHWe UX U3

opraHvama.
K atomy Bcemy, B 19-xpomocome
OBHapyXeHbl  «TeHbl-BMHOBHUKW»  eLle

Takmx bonesHen, Kak MUrpeHb, MbllLleYHas

anctpodus,
anaoer.

aTepocKnepo3 u caxapHbin

BMecTo 3aKkI10ueHus

I[aHHaFI cTaTbsl HE B KOeun mMepe He

npeTteHayeT Ha MONHOTY n
Pa3HOCTOPOHHOCTb MHopmauum o]
MeXayHapoaHou nporpamme  «l'eHOM

yesioBeka», A 3aTpOoHyn Jinb HEKOTOpPbIE,

bonee oOwuwe BOMpPOCbI NO  OAHHOW
npobnemaTuke. MbITAnBbIX n
nobo3HaTenbHbIX YMTaTenen OTCbinaw K
CONUAHbIM NepBONCTOYHMKAM,
XypHanbHbIM cTaTbam, MaTepuanam
KoHbepeHumn B WNHTepHeT no,

npuBegeHHbIM HWXe, agpecaM.

www.ornl.gov/hgmis — oduumanbHbin cant
MeXayHapoLHOro npoekta «leHom
YyernoBeka,

www.accessnet.ru/vivovoco — «Vivos voco!
— 3oBy KuBbIX!» — pYyCCKUIN 3MEKTPOHHbIV
Hay4HO-06pa3oBaTENbHbIN XypHan c
MHOXECTBOM  MNPEeKpacHbIX cTaten no
JaHHON TeME;
www.ncbi.nlm.nih.gov/Genbank — oanH n3
ANEKTPOHHbIX ["eHOMHBbIX baHkoB
(GeneBank) co cBobogHbIM 4OCTYNOM.
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