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B crarbee omuceiBaerca poas CIIIA B pa3paboTKe i BBITOJIHEHHI MEXKTYHAPOJHOIO
npoerTra «leHom YesoBeKa». AHAJIU3NPYETCA YdacTHe IocyRapCTBEHHOIO ¥ YacTHOIO
CEeKTOPOB B OCYIEeCTBJIEHNI IIPOEKTA. IIpHBOANTCA MPOrHO3 reHOMHBIX JCCIEZ0BAHIIL.
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26 mroonua 2000 r. yesoBedecTBO IIATHYJIO B HOBYIO 5py. CoobIiieHre o coObITUM
MICKJIIOUMTEJBHONM BasKHOCTYM 00JIeTeJI0 MUP M IIONAJO IIPAaKTUYECKM BO BCE Ta3eThl:
IIOJIydeH IIepBBIM BapMaHT pPacIIM@POBKM TreHoMma dejioBeka. B Boctounom 3ase
Besioro noma B BammmHITOHE IIpOIJIa TOP’KECTBEHHAA I[ePEMOHMUSA, NOCBAIIEHHAA
ycrnemsaoMmy 3aBepiiueHnio pabor. Pagom ¢ npesugertom CITA KanaTOHOM CcTOsAMN
amMepukaHckuii y4énblii Ppancuc KosnmH3, pyKOBOAMTEJNb MEKIYHApPOIHOTO He-
KOMMepUecKoro mpoekta «I'eHoMm duesioBeka», m Kpeiir BeHTep, rsiaBa KOHKypHU-
pytomeri gactHoit komnanmy «Cejsepa [Isx. 'eHOMMKC», IPOBOAMBIIEN aHAJOIMY-
Hble MccaenoBaHusdA. IIpembep-munaucTp Benukobpuranunu Toru Bisp Obl1 Ha cBA-
3) IO CIIYTHMKOBOMY KaHAaJIy, M TOP’KEeCTBA IIPOXOIUJIM OTHOBPEMEHHO BO MHOIMX
4acTAX CBeTa.

IIpesnnentT KaMHTOH Ha4aJ CBOIO pedb CO CPaBHEHMA COCTABJIEHHON KapThI Te-
HOMa dYeJIOBEKa M TOM KapThl HOBBIX 3eMeJib, KoTopyio moutu 200 jeT Hazajg B 5TOM
caMOM 3aJjle Pa3BepHYJ 3HAMEHMTHIV ITyTellecTBeHHUK Mbapuyssep Jlpilonc mepen
npe3ugentToMm Tomacom sxedpdepcornom. «bBes comHenns, — ckazan KamaToH, — 3TO
camMad BasKHadA M caMas JUMBHAA KapTa, KaKyI0 KOrZAa-Jmbo COCTaBJIAJIO YeJIoBede-
ctBO». Ho Gosiee Bcero ofliiee BHMMaHMe NIPUBJIEKJA Ta YacTb €r0 pedy, IJe OH Ie-
pemés oT Hay4HOTO 3HAa4YeHMA IIpOoeKTa K ero AYXOBHOMY acnekry. «Ceromus, —
IIPOM3HEC OH, — MBI M3y4YaeM s3bIK, IIOCPEICTBOM KOTOPOro Bor co3mas KU3Hb.
VI MeI McnbITBIBaeM el€ Gosbliiee OJaroroBeHye rnepej CJIOKHOCTBIO M AVBHOM Kpa-
COTOI IparoljeHHeNIIero 1 CBAILeHHENIIero U3 ero 1apos» [3].

" JKUTAHOBA Jlapuca IlerpoBHa — KaHAMAAT OHOJOTHYECKHX HAYK, CTAPIIMIA HAYYHbII
corpyanuk Ientpa arpapusix npodiem MCKPAH. E-mail: Larissa-Zhiganova@rambler.ru
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B orBetHOM BhIcTymIteHUM PpoHenc Konnmmuaa oTkankaysIca Tak: «Cerogua cua-
CTJIMBLIA HOeHb AJA Bcero Mupa. CMupeHuMeM u OJlarOTOBEHMEM HAIIOJIHAET MeEH:A
CO3HaHME TOrO, YTO MBI BIIEPBbIE CyYMeJM 3alJIAHYTh B MHCTPYKLMIO, II0 KOTOPON
COTBOPEHBI U KOTOpPadA A0 CUX ITOp ObljIa M3BeCTHa OfZHOMY Juuib Bory» [3].

FeHom — (mem. Genom, aHrn. genom(e)) ramyOUAHBIN (OAMHAPHBIN) XPOMOCOM-
HbIII HabOOp, COBOKYITHOCTb T€HOB, JIOKAJM30BAHHBIX B OAVHOYHOM Habope XpOMOCOM
IaHHOTO opraHmaMa. TepmmH mnpenso:keH B 1920 r. Hemenxmm Omosorom I'. Bunk-
Jepom. Ilox reHOMOM IPUHATO IIOHKUMATL COBOKYIIHOCTBH I'€HOB, COCPEOTOUYEHHBIX B
xXpoMmocoMax 6e3 ydérTa HacJIeACTBEHHBIX NETEePMMHAHT, CBA3AHHBIX CO CTPYKTypa-
MM IIUTOILIa3Mbl. B rameTax, IIOJIOBBIX KJETKaX OUIIJIOUMITHBIX OPTraHM3MOB, a TaKsKe
B KJIETKaX TallJIONIHBIX OPraHM3MOB CONEPKUTCA OAVH TeHOM, B COMAaTHYECKUX
KJIETKaX JOUILJIOUIHBIX OpPraHM3MoB — naBa reHomMa. C yBesqndyeHMEM ILJIOUIHOCTU
KJIETOK PACTET YMcJo TreHoOMOB. IIpum omsionoTBopeHMM HIPOUCXOAUT OOBbenuHeHNe
TeHOMOB OTIIOBCKUX U MaTEPUHCKMUX ramMeT. Kak mpaBuUJIO, T€eHOMBI, IOJyYeHHbIE OT
OTLIOBCKOJ ¥ MAaTEpPMHCKOI raMer, romoJiormyubl. Ilonm abcosrroTHOI romoJiormert
JIBYX T€HOMOB IIOHMMAIOT COBIIaJIeHMe JIMHEHOIO PACIIOJIOMKEHMA I'eHOB B KasKJIOol
xpomocome. Hasmrame Takoro coBmazieEnsa obecriedmBaeT BO3MOYKHOCTb HOPMAJIbHONM
KOH'BIOTAIMM XPOMOCOM B Melio3e. JI3MeHeHMe umcyia XPOMOCOM Ha3bIBAalOT I'€HOM-
HbIMM MyTanyamyu. OpraansM, y KOTOPOrO HECKOJIBKO pa3 IIOBTOPAETCA OOVIH U TOT
’Ke TeHOM, Hal3bIBaeTcs aBTonmoJumongoM. OprannsM, B KOTOPOM O0beAVHEHBI pa3-
Hble T€HOMBI, Ha3bIBaeTCA AJIJIONONNIIIONAOM. JIJId MOHMMAaHNA CTPYKTYPBI M (PDYHK-
LMOHVPOBaHMUSA T€HOMOB 0OJIbIIIOEe 3HAYEHME MMEJIO YCTAHOBJIEHME CTPOEHUS MOJIe-
KyJ HykJenHoBbiX KuciyorT — JHK n PHEK, a Takike MexaHM3MOB X CHMHTe3a — pe-
ILIMKAIUY, TPAHCKPUIIINY U TpaHcaanuu [1, 1. 6].

HeMHoro us ucropum mMmonekynspHow 6uonoruu

Kypnan «Heituep» 25 ampesa 1953 r. onybiamkoBas HeOOJBIIOE MIMCHMO MOJIO-
IbIX ¥ HUKOMY Torza He m3BecTHbIX D. Kpuka u »x. YoTCcOHaA pemakTopy »KypHa-
Jla, KOTOpoe HauMHaJoch cjoBamu: «Mbl xoTenm Obl HpeaJiosKUTB CBOM cooOpaske-
HIA II0 IOBOAY CcTPYKTyph! cosu JHK. OTa cTpyKTypa MMeeT HOBBIE CBOJICTBa, KO-
TOpble IPeNCTaBIAIT OoJbliol Ouosormdecknuit uHTepec». CTaTbA comeprKala
900 cyoB, 1 KaskZoe M3 HUX OBLIO Ha Bec 30JI0Ta. «Epimcras MoOJIOAEXKDB» IIOCMeJa
BBICTYIIUTH HOPOTUB HODOejsieBcKoro Jaypearta Jlajinmyca IlosmHra, aMepuKaHCKOTO
dusmka 1M XMMMKa, aBTOpa 3HAMEHMUTON aJjbda-crumpay OesKOB, OOIIeCTBEHHOTO
mearens. OH mpenofaBajJ M BEJ MccjenoBaTelbcKkylo pabory B Kammdoprwuiickom
TEeXHOJIOTMYEeCKOM MHCTUTYTe, ¢ 1969 r. — mpodeccop CTaH(pOPACKOr0 yHUBEpPCUTE-
Ta. IIpencematens AMepMKaHCKOTO XuMudeckoro obimrectBa (¢ 1948 r.), unen Ha-
uyoHasibHOV akagemmy Hayk CIHIA. Ozuu mn3 muHuimatopoB Ilaryoruickmx koHQe-
peHLMiT. ABTOp OOpaleHnsa aMepUKaHCKNX y4eHBIX K npeaupeHTy CIITIA o memen-
JIEHHOM IIpeKpallleHuM UCIBbITaHUl AnepHoro opyskua (1957 r.) u meTtuumm aHajo-
TMYHOTO cofepsKaHms, HanpaByeHHoll B OOH c noanucamu cBblile 9 ThIC. YUEHBIX
pasanunblX ctpaH (1958 r.). B 1954 r. monyuaer HobeneBckyro nmpemMmio mo XyMuu,
B 1962 r. — HobGesneBckyo nmpemuio mupa, B 1970 r. — MesxkayHaponHyo JIeHMHCKYIO
IpeMUI0 «3a yKpelJleH)e Mupa MeXXAY HapomaMiL».
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ITosnur OyKBaJbHO HaKaHYHE BBICTYILJIEHUS «EPIIMUCTON MOJIOLEKU» OIIyOJim-
KOBaJl CBOIO CTaThio, B KOTOpO# mnpencraBaan JHK kaxk TpéxnernodeyHylo CIM-
paJibHYI0 CTPYKTYpPY Hamozobue neBuubelt Kocbl. B geiictBuresnsHoctu JHK aB-
JAeTcA NBOMHOIM cnmupaJtbio. IIpocto torga y IlosmmHra ObLI HEZOCTATOYHO OYM-
mieHHblit npenapaT. Ho u IlosmHr oxkasaJsica oT4acTy IpaB — ceildac TPEXIEINo-
YeYHOCTb HEKOTOPBIX YYaCTKOB HAIIMX T'€HOB XOPOIIO M3BECTHA. OJTO CBOICTBO
JHK neiTannch 0fHO BpeMs MUCIIOJIB30BAaTh B Oopbbe ¢ pakoM, BBIKJIIOYAA C IIOMO-
IIBI0 OJIMTOHYKJIEOTUJIOB T€ WJIM VHbIE PaKOBble I'eHbI (OHKOTeHbl). Buojornu HyK-
JIEMHOBBIX KMUCJOT ZoJro He Besjo. IlepByio HobeseBckyio mpeMmio 3a OTKpPBLITHE
CTPOEHUA HYKJIEOTUIOB MOJYyUMJI HeMelkuii yuéneiii AanOpexT Koccenp emé B
1910 r. A smamennTtaa peariua Pesprena A oxpammBanua JHKE Owblna mpep-
JosxkeHa HakaHyHe IlepBoil MMPOBOJ BOMHBI U ycoBepllleHCTBoBaHa B 1920-e ronbl.
Torzma 6bl 1 HaUaTHCA HOBOI 3pe OMOJOIUMNL...

Opnako Omosorm ObLIM YBepeHBI, uTo «MOHOTOHHas» JJHK c eé pasiamuaromiy-
MMUCSA HeThIPbMA HYKJIEOTMIAMM IIPOCTO He MOIJIAa HECTM TeHeTUdecKyio mHdopMma-
IIMI0 O MMUJIIMOHAX CaMbIX pasHO0Opa3HBIX OesKoB. VI XO0TA yske IpMMeHANACh a3-
6yxka Mopse ¢ TpeMsa KOOMPYOIMMM BJIEMEHTaMM, MEHTAaJUTET MccjegoBaTeelt
emnlé He OOCTUT YPOBHA MH(OPMAIMOHHOM 3PBI C €€ IBOMYHOI CMUCTEMON 3amucu
(«0» mam «1») sr060i1 MH(popMalmm. JIuie K Haudaay 1950-X romoB ydéHble CTaJM
obpamaTts BHuManue Ha JJHEK, poab xoTopoil B mepelaude HacJeACTBEHHON MHQOP-
Malu (HacJIeACTBEHHBIX IPMU3HAKOB) Y MUKPOOPraHm3MoB B 1943 r. OTKpBLI aMe-
puraHckmii yuénblii OcBasby OiiBepu. ViccnenoBauna OiiBepu nponosniui Casbsa-
top Jlypmsa, xKoropsiit BMecte ¢ Makcom JlenbOpiokoM opranmaoBasi JabopaTopiio
nenanexko ot Horo-Vlopka Ha 6mnoctanmuy Komn-Crpunr-Xap6op.

Onyapr CanbBazop Jlypus — aMepUKaHCKUII MMUKPOOMOJIOT UTAJbAHCKOTO IIPO-
ncxokgenus, uiaen Hanumonanbroit akagemuu Hayk CIITA (1959 r.). MegunmHckoe
obpaszoBanme mnogayumsn B Typure (1935 r.). Paboranm B jaboparopun PD. JHommo-
Kropu B ITapuxe (1938—1940 rr.), 3aTem mepeexan B CIITA. OnuH M3 OCHOBOIIO-
JIO}KHMKOB TeHEeTUKM MMUKpPoopranmamoB. B 1969 r. momyumsn HobGeseBckyo mpemmnio
BMecTe ¢ M. Jensbpiokom u A. Xepmu 3a paboTel B 06J1aCTM MOJIEKYJIAPHON O10-
Jgoruu [1, T. 15]. Makc enn0Opiok — aMepuUKaHCKMUI (PM3UK, TeHETUK, BUPYCOJIOT He-
MEIIKOTO IIPOMCXOXKIeHMs, wieH HanmonaspHo! akagemuu Hayk CIITA (1959 r).
B 1924-1930 rr. yunsica B uHcTutyTtax TioOmHreHa, Bepsamnua, Bonna, 'erTtunresna,
rge B 1930 r. mosmyuns cremeHb AoKTOpa duiococpuu. B 1932—1937 rr. pabortan B
MHCTUTYTe Kalidepa Buabresbma. B 1937 r. smurpuposas B CIIIA u paboran B Ka-
JucopHMiickoM TexHoJormdeckom wuHceTuTyTe (Ilacagerna), c¢ 1947 r. mpodpeccop
O6uosiorun storo muHcTUTyTa [1, T. 8]. MlHTEepecHo otmeTuTh, uTo pm3muk Maxc Jenn0-
PIOK ObLT yueHMKOM poccuiickoro reHetmnka H.B. TumodeeBa-PecoBckoro B 6m0s0-
ruy u coaBTopoM ux ¢ K. IluMMepoM 3HaMEHUTOI CTATbM, IIOCBAILIEHHOI Ollpesee-
HUIO pa3MepoB reHa. Jlypma c [leapOpiokoM M3ydanay >KU3HEHHBI IMKJI OakTepuo-
daroB (BupycoB OaKTepuii), B pe3yJbTaTe Hero MPUILIM K BBIBOAY O OmoJormye-
ckoil posm JHR. Jlypusa mocsas 3aTeM CBOEro aclmMpaHTa, aMepUKaHCKOro 61oJiora
I:xeitmca Yorcona B KaBenpuiickyio jJabopaTopuio B KemOpumxe, rie B To BpeMsa
anrsmiickue uankn Mopuc VYwuukmace m Pozsamuuga PpaHKIMH MCCIeX0OBAIN
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crpoenne JJHK c momoiibio peHTreHa (B TO BpeMs aHIMIMYaHE JUOMPOBAJM B PEHT-
TeHOCTPYKTYPHOM aHaJy3e 0MOMOJIEKYJ).

B paboparopun Yunkmzca paboras um mosonoit torjma pusuk PposHcuc Kpuk,
M3BECTHBIN B HaYYHBIX KPYyTaxX CBOMM CKEIICHICOM: AJIA HEro He CyII[eCTBOBAaJIO HU-
KaKMX aBTOPUTETOB, 4eM OH U 3apaboras penyraimioo ckanpaaucrta. Crateio Ilo-
JIMHTa B J1a00paTOPMIO IIPUHEC €0 ChIH, KOTOPBI, KCTaTy, IIOMOT YOTCcOoHY 1 Kpury
YACHUTb POJIb IOMIapPHOTO KOMILJIEMEHTAPHOTO COEAMHEHMS a30TUCTBIX OCHOBaHMIL
CraTbha cTaJia IocjeHell Kameil mepes; 03apeHeM...

Hayusoe coobiiiecTBo He cpaldy npuaHaiso ux oTkpbiTue. CHauasa HobeseBckyro
npemuio 3a pabotsl B obsacty JHK mpucymuam B 1959 r. M3BeCTHBIM aMepMKaH-
cxkuMm Omoxmmmram Ceepo Ouoa m Aprtypy Kopubepry. Oduoa Obly epBBIM, KTO B
1955 r cunTesupoBasn PHE, a Kopubepr B 1956 r. cuntesuposan JHK B npobupke
(in vitro). B 1962 r. sactaa depén D. Kpuka, k. Yorcona n M. Yunkmuuca. Posa-
JuHAa PpaHKIMH K TOMY BpeMeH) ysKe yMepJia OT paka B Bo3pacTre 37 JeT, MHaUe
3T0 OBl ObI €AVHCTBEHHBIN ciy4dail B uctopunu HobeseBckux mpemuii, Korga Harpa-
Iy Bpyumay OBl dYeTBepbIM, XOTdA 5TO He JOIycKaeTcd YCTaBOM. Bxian
P. ®pankauH B pa3BUTHe PEHTTeHOCTPYKTypHoro aHaimsa JHK Oeun mpocto He-
orerrM. B 2002 r. Brita kuura Bpsuaer Mogoke «Posanuuna Ppaukans: 3abblTas
negu THK», B KOTOpOII ocBellleHbI paHee HeM3BeCTHbIe HoApobHocTn paboter Posa-
JIMHIBL U €€ IPUYACTHOCTU K OTKPBITUIO cTPYKTyphsl JHE.

ITocye oTkpbiTuA YoTcoHa M Kpuka BaskHeliIeil npobJaeMoii cTajo BbIABJIEHNE
COOTBETCTBUA MeKAy nepBuuHbIMM cTpyKTypamu JHR u 6enxos. Ilockoabky B co-
craBe OeskoB 20 amMuHOKKCIOT, a HykjgeotunoB B JHK Bcero uersipe, To nja 3amnu-
cu MH(MOPMaLMM O IOCJIeJ0BaTeJbHOCTM aMMHOKICJIOT B IOJMHYKJIEOTHAAX Heo0-
XOOVIMO He MeHee TPEX OCHOBaHMI. BapuaHTbhI TPEXOYKBEHHBIX TeHETUYECKMUX KO-
JIOB TIPEJJIOKMIIM aMepPMKAHCKUI (PU3MK POCCUICKOTO IIPOMCXOKAeHus ['eopruii
TamoB u poccusickmit 6mosor Anexcaunp Heiicdax. I'mmoressr 6blaM ZOCTATOYHO
YMO3pUTEJbHbL. B KOHe4WHOM cuére TpPEXOYKBEHHBINI TeHeTMUeCKuil Koj pac-
mmgposan . Kpuk. Bpan o o mpexgmnosiaraj, 4To B OyAYILEM 5TOT XOJ CTaHET
BO3MOXKHOJ pacIMpOBKOi reHoMa desioBeka. OJHAKO ABa OTKPBLITUA II03BOJINIIN
CIBUHYTH IIpobJyieMy C MecTa.

B 1970 r. Heu3BecTHBIE IIMPOKOI OOII[ECTBEHHOCTM aMepPUKaHCKMe ydéHble ['o-
Bapx Témmu n JsBun Bantumop omyOsmukoBaay B sKkypHajse «Heitgyep» craTby, mo-
CBAIIEHHbIEe (DEPMEHTY OOpaTHOM TpaHCKpuUIITase. OTOT (PEPMEHT CONEPIKUTCA B
PHE-copepokainux Bupycax, B TOM umcje M pakoBbIiXx. OOpaTHadA TpaHCKPUIITA3a
cuaTesupyer JHRK nHa Martpuie PHE, nmostomy aBnserca PHEK-zaBmcumoii JTHE-
[IOJIMMepa3o0ii, T.e. OCYILIECTBJIAET peakLuio, oOpaTHYIO TO¥, KOTOpyk Habsromann
o6bruHO B KJeTKe. B 1975 . TI. Témmu u [. Bantumop noxayuaior HobeseBckyro
IIpeMuio B objsacty 6uoJsornm.

OTKpbITHE OOPATHOM TPAHCKPUIITA3bl IIO3BOJIMJIIO BBIAEJUTb HepBble reHbl. Ho
npoiiecc ObLT odeHb Tpyzoémrmit. Coycera 15 smer xumuk mn3 Kammudopuun npenso-
SKIMJI YHUKAJIBHYIO NoJuMepasHyoo lennyio peakuuio (IIITP), cpasy ke cTaBLIyIO
3HaMeHNTOI. B 3Toi peakium pepMeHT moJsmMepasda XOAUT Kak «desHOk» o JTHE,
HapabaTbIBadA JI0Oble KoJyMdecTBa 3TOro parmeHTta [15]. B coBpeMeHHOI MoJeKy-
JApHON Omojyormm cexkBeHupoBaHue (pacumgpponka) JHE — sTo ysxe TexHOIOrMY-
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Hada pytuHa. [TpuHnmn 6n11 n300peTéH B 1977 r. CaHrepoMm M IIp. U MPOU3BEJ PEBO-
JIIOIIMIO B MeTozax Omosiormuecknux mccienoBanmit. Meton cexkBeHupoBanua mo CaH-
repy OCHOBaH Ha ToM, 4To konmposanue JHE c nmomornpio cnenyasbHOro pepMeHTa
(IHEK-mosmmepasel) B Mpobupke MOMKHO OCTAaHOBUTBH C IIOMOIIbIO 2',3'-IuIe30Kcu-
HyKJeo3uarpudocdaTa — HEIPaBUIBHOTO HyKJeoTuzaa («oykBel» JHK), — kKoTOpBIL
TaK yCTPOEeH, UTO y3HaETcA (pepMeHTOM, HO 3aTO He LelJideT CJIeLYIOIINii HyKJeo-
tug [18]. IIIIP, a Takske HOBad 5JEKTPOHHAA TEXHMKA UM KOMIILIOTEPHI CIeJai pe-
aJIbHOI 3aZady pPacIIM(pPOBKM BCEro reHoOMa uejioBeKa. Jloirne nebaThl 3aKOHYUM-
Juch B KOHIle ceHTAOpa 1988 r, xorma Bo roaBe npoexkta HUGO (Human Genome
Project) — OpraHmuzaiumu IO pacHIM(ppPOBKe TeHOMa UeJIOBeKa — OBLJI IIOCTaBJIEH
YYEHBIN, OTKPBIBIINI ABOVHYIO criupanab JHEK, — IixkeliMmc YoTcoH.

Kypran «Taiim» HasBasl YOTCOHa «OXOTHMKOM 3a TeHaMM». Y OTCOH: «ITO 3a-
XBaThIBAIOIIAA ITepClIeKTMBa. TpuUAIaTh JeT Hasak Mbl He MOIJIM M MEeYTAaThb O TOM,
4TOOBI Y3HATh CTPYKTYPY F'eHOMa JOasKe MeJbuaiilliero BUpyca. A CErofHA MbI yiKe
pacumdposasm resom Bupyca CIIVI[la u mouTy NHOJHOCTBIO IIPOYMUTAJIN I'E€HOM K-
LIIeYHON MaJyiouky o6bEMoM B 4,5 MJH. OyKB rerkona» [15].

MexxayHapoaHbid npoekT «[eHOM yenoBeka»

Vnea sToro npoekra Oblia BoiaBuayTa B CIIIA. OH cran KyabMuHaimen pado-
TBI, noxgnepsxkaHHoit MunncrepcerBoMm sHepreTmkn CIIIA, B 9acTHOCTM, CEMMHAPOB,
npoBopuBIMxca B 1984 n 1986 r. u nocsenoBaBmmmu gevictBuaMyu MuHucTepceTBa
aHepreTuku [5; 6]. 3aTeM HalMOHaJIbHBIE IporpaMMsbl «['eHOM YesoBeka» ObLIM IIPU-
HATBI B Besukobpurauum, Ppannnnm, epmannn, Vrtaamuu, CCCP. CymectBoBaHMe
MHOTMX HAI[MOHAJIbHBIX IIPOrpaMM M3yYeHNUsA TeHOMa dYeJIOBeKa BBI3BAJIO K JKU3HU
mpo0OJieMbl, IJIABHBIMU U3 KOTOPBIX ObLIM KOOPAUHAIMA YCUJIUI U pacIpocTpaHeHNe
IIOJIyUEeHHBIX Pe3yJbTaToB. [J1a uX pelleHnsa 1 ObLI CO3JaH MeKIYHAapPOIHBIN IIPO-
exT «I'eHom uesoBeka» (HUGO). Ilpenno:kenne o6 opraHM3aly MeKIyHaPOTHOTO
OpraHa, BBIMIOJIHAOIIEI0 (PYHKIMM KOOPIAMHAIIMU YCUJINI YYEHBIX Pa3HbIX CTPaH B
M3yUYEeHMY TeHOMa 4YeJIOBEKAa, BIIEPBBbIe OBLJIO CHEJIAHO HAa I[IEPBOM CUMIIO3UYME B
Konn-Cropuar-Xapbop 1o KapTUPOBaHMIO M CEKBEHMPOBAHMIO T'eHOMa dYeJIOBeKa
Buxktopom MaxkkbiozukoMm. OHO ObL70 MpUHATO, U yoKe B 1989 r. mpoekT ObL1T 3ape-
ructpupoBaH B sKenese u lenaBepe (CIIIA) [14].

HUGO opranmuzdoBaHa IO 00pa3ily akageMuii, T.e. €€ UJeHbl BBIOMPAIOTCA U3
4ycJia M3BECTHBIX YUEHBIX. B €€ paMKax co3JaHbl U AEMCTBYIOT IIIeCTh KOMUTETOB:

- 10 MEXKIYHAapPOIHBIM LIKOJAM KapTUPOBAHUA T'eHOMA,

- 10 (pUBUYECKOMY KapTUPOBAHMUIO;

- 110 MHQOPMaTUKE;

- 10 KapTUPOBAHUIO ['€eHOMa MBIIIN;

- 110 3TUYECKUM, IOPUINIECKUM U COLMAJIbHBIM acCIIeKTaM;

- II0 MHTEeJJIEKTYaJbHOM COOCTBEHHOCTI.

ITenn opranM3anyuy 3aKJIOYaIOTCA B:

1) koopaMHaAIIMIM MCCJIEIOBAHMUI FeHOMa, B YaCTHOCTM, OPraHU3AIUM COTPYIHM-
YecTBa MeXXIy YUYEHBIMM BO M3berkaHMe KOHKYPEHLMM UM TyOJMPOBAHUA yCUJIINIL,

2) xoopauHaMy paboT IO M3YyUEeHUI0 MOJEJIbHBIX OPraHU3MOB; obMeHe MHGOP-
Manueil u 6uomMaTepuaamMu;
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3) pacmpocTpaHeHUY COOTBETCTBYOIIMX TEXHOJOIMI IIyTEM OpraHu3anuu yded-
HBIX IIPOTPaMM;

4) mpenocTaByeHNM MHMOPMaLUM O pe3yJbTaTaX MCCIeNOBaHMII U UX IpUMeHe-
HMEe, O HaY4YHBbIX, IOPUANYECKNX, 3TUYECKUX, COLMAJIbHBIX VM KOMMEPUYECKUX aCIIeK-
TaxX M3Yy4YeHNA reHOMa 4YeJIOBEKa.

Crosnp MacmiTabHaA 3afjada, Kak M3ydeHMe TeHOMa 4deJIOBeKa, BbI3BaJla K JKUBHU
HOBBbIe (POPMBI OpTaHM3alMy HAYYHBIX JMCCJIEIOBAaHMI, Zaja MOIIHBIM TOJYOK pas-
BUTUIO MEXKAYHAPOJHOTO COTPyZAHMYECTBa. BrepBble, MOKajyil, Takue OOJbIIIMe
Hay4Hble CUJIBbI 3aJelICTBOBAHBI AJA IOJydYeHMA 0a30BOI, CIpaBOUHON, MHQOpPMAa-
LMY, KOTOpasA B IIOJIHOM Mepe MOKeT OBbITh MCIIOJIb30BaHa elllé He CKOpo. BepoATHo,
He OyJeT IpeyBeJMueHMEM CKa3aTb, YTO 3TO OUYEeHb M3MEHWJIO IICUXOJIOTUYECKI
KJIVMAT MOJIEKYJAPHON Omosiormy. OpuumaabHO 3Ta HaydHAdA [IporpaMMa C ydacTu-
eM BeAYLIMX MOJIeKYyJIApHO-Omosorndeckux Jsaboparopuit CIIIA, Sanaxnuoit EBpo-
nbl, Anonnu u Pocenn odopmmiace B 1990 r. JIxxeiime YoTcoH, ObIBIINIT B TO BpeMsA
caMoJi MOITyJIAPHON 3Be3n0it oT buosorum, ydbenmna KoHrpece prcKHYTE U BBIOEJUTH
JIeHbIM Ha pacim@poBKY reHOMa.

MesxnyHaponHblii IpoekT «I'eHOM dYesioBeKa» — OAMH M3 CaMbIX TPYLOEMKUX U
noporocroAmnx B mctopuy Hayku. B 1990 r. Kourpecc yrBepamn nya Hero Omon-
’KeTHOoe (puHaHCUpoBaHMA M obo3Haumis gaty peasmaanuu 2005 romom. Hecmotpsa
Ha TO, YTO II€PBOHAYAJBHO PACXOIbl OIEHMBAJINCH B 3 MJIPA. HOJLIL, 32 3TOT IIEPUOL
Ha IIPOEKT ObLIO IMOTPAadYeHO MEHbIIle, YeM OKMUAAJOCh, OKOJIO 2,7 MJaph. moJuL [19].
Ecou B 1990 r. Ha Hero ObLIO MMOTpadeHO OK0JIO 60 MJIH. oI B 1esoM, To B 1998 1.
onHO TOJbKO mpaBuTesbecTBo CIITA mspacxopmoBajso 253 MJH. Aol B mpoekrte 3a-
Jle/ICTBOBaHbl HECKOJIbKO ThICAY Y4E€HBIX U3 Oojee deMm 20 ctpan. C 1989 r. B HEM
ydactByeT u Poccms, rme mo mpoekTy paborasio okosio 100 mcciemoBaTesbCKUX
rpymn. s u3ydeHMsA Bce XPOMOCOMEBI HeJIOBeKa ObLIM MOJeJIeHbl MeKAy CTpaHa-
MM-Y4YaCTHMUIIAMM, M, B YacTHOCTM, Poccum nnida mcesenoBaHus HocTasuch 3-, 13- u
19- xpomocomsr [17].

k. YOTCOH yMeJio PYKOBOAMJI aMepPUKAHCKOI YacThbI0 IPOEKTa B TedeHNe Ilep-
BBIX AByX JieT. OH cTaJj rmaBoy HanmoHaJsIbHOrO LeHTpa MCCJIeNOBaHUI desoBede-
ckoro reHoma B Hanmonaswsroi opranmsanum 3gpaBooxpaneHusa CIIA. B stor me-
puox ObLIM CO3aHBI LIEHTPHI IO pacimgpPOBKe reHOMa, U K paboTe IOAKIIIOUNIINCH
JIydIllve ¥ TaJlaHTJVBele yu€Hble HbIHeNTHero nokojeHud. OJHaKO MHOTME OTHO-
CMJIICH CO CKEIICMCOM K MJiee O TOM, UTO MOXKHO 3a 15 JieT oCyILiecTBMUTb 3TOT IIPO-
eKT: TOrza emé He ObLIM CO3ZIaHbl HEKOTOPBbIE TEXHOJIOTMMY, ITI03BOJIMBIINE YCKOPUTH
npoitecc. B 1992 r. HacTynui kpusuc: YOTCOH HEOKUJAHHO OCTaBMJII IIPOEKT IIocje
yOJIMYHOTO CIIopa C AMPEKTOpoM cucTeMbl HalMoHaJbHBIX MHCTUTYTOB 3IpaBO-
oxpaHenna Bepranuuaoi Xnuay 0 BO3MOMKHOCTY ITAaTEHTOBAHMA (PPAarMEHTOB I'eHeTM-
YeCcKOTo Koza, mpoTuB udero [[»x. YOTCOH KaTeropmdeckyu BozpaxkaJ [3]. Hauammcs
IIOMCKYM HOBOTO AMPEKTOpa IIpOeKTa M BBIOOP OCTAHOBUJICA Ha PYKOBOAMUTEJE IIeH-
Tpa Muunranckoro yauBepcuteTa DposHence Kosmmuaze. B 1997 r. HazBanuMe IneH-
Tpa, KOTOPBIM OH CTaJ PYKOBOOUTBL, OBLIO NepeuMeHOBaHO B HarmoHasbHBIN MH-
CTUTYT WCCJIeOBaHUI YeJIOBEUeCKOro reHoma (National Human Genome Research
Institute). Caenyiomye AecATb JIeT ObLIM OEIIeHO! TOHKOM CO MHOKECTBOM B3JIETOB
u nagenuit. VIHorma MHOroobeIarinye MeTOObI IIPOBAJIMBAJNCH IIPY IPUMEHEHUN B
KPYIIHOM Macurrtabe, coy4ajuch TPEeHUA MeEKAY UIeHaMM HaydHoil koMaHAbl. Heko-

98



TOpBIE IIeHTPBI He BBIIEPIKaJM 3aJaHHOTO TeMIIa, M MX IIPHUIILJIOCH BBIBECTU U3 IIPO-
exTa. OnHako ObIBasM M MOMEHTHI TopskecTBa. K 1996 r. oHM ObLIM TOTOBEBI 3aImryc-
TUTb IIOJIHOMacIITaOHOe CeKBEHMpOBaHME TeHOMa C IIPUMMEeHEeHMeM 3Ha4YUTeJbHO
OoJlee cOBepIIEHHON ¥ pPeHTabesNbHOI TEXHOJIOIMM MeTOoH «OeclopAmoYHOil CTpeJb-
Ov1» (shotgun technology). Cyts MeTozma B ToM, uTO ompegnensaemyo JTHK opranms-
Ma pas30MBAlOT Ha MHOKECTBO HeDOOJIbIIMX (PparMeHTOB, KasKIbIil U3 KOTOPBIX BBO-
IAT B aBTOMAaT, OIpeeJidonyii nocaenosatTensHocTs JHE. Ilocsne Toro, kak 6yayT
OIIpeieJIEHbI ITOCIEN0BATEIbHOCTY KaKAO0ro (pparMeHTa, B JeliCTBUE BBOAAT CJIOXK-
Helllle KOMIIbIOTEpHbIe IIPOTPaMMbl, 3aHOBO CODMpAOIIe MCXOOHYIO II0CJIeNOBa-
TEeJIbHOCTb. TaKoe MHTEHCMBHOE MCIIOJb30BaHMe MH(OPMAIMOHHBIX TEeXHOJIOTMI
00'bsACHAET, ITOYeMy MHOIMe y4E€Hble Ha3bIBAIOT HOBYIO 00JIACTb JMCCJIENOBAaHUIL re-
HOMa OMOMHpOpMAIHOHHOM, a He OM0MOJIEKY IApHOM peBooimeit [12].

KakoBbl sKe IOCTMKEeHMA YUEHBIX 3a JecATb C HeboJsbIMM JeT paboThl Haz
npoekToM? IlepBbIM KpPYIIHBIM yCIIEXOM CTaJIO IIOJIHOe KapTupoBaHme B 1995 r. re-
HoMa Oakrtepum Haemophilus influenzae. Ilo3gHee OBLIM HOJHOCTBIO OMNMCAHBI Te-
HOMGEI eIllé OoJsiee 20 DakTepuii, cpeyu KOTOPBIX BO30yAUTeNM TyOepKyJiesa, ChIITHO-
ro ™ada, cudnamca u gap. B 1996 r. kaptupoanu JHK mepBoii sykapuoTUUeCcKONn
RJETKM — Iposkskeli, a B 1998 r. BmepBBIe OBLI KaPTMPOBAH '€HOM MHOTOKJIETOYHOTO
opraHuaMa — KpyrJoro uepBsa Caenorhabolitis elegans. K 1998 r. ycraHOBIIEHBI 1IO-
cJeoBaTeJbHOCTY HyKJeoTunoB B 30 261 reHe udejioBeka, T.e. pacmmdppoBaHa Ipu-
MEepHO IIOJIOBMHA TeHeTHHecKoi MHQOopMaluy desoBeKa. B onpenes€HHBII MOMEHT
PYKOBOAUTENN MEKIYHAPONHOI YacTy IIpOeKTa IPUHANNM BajKHelllllee pelleHue,
crenaB 00A3aTeJIbHBIM YCJIOBMEM YHaCTUs HeMeJIJIeHHBIN NOCTYH K IIOJy4YeHHbBIM
JAHHBIM ¥ JOTOBOPUBIINCH He II0JaBaTh 3asABOK Ha IIaTEHTOBaHME KaKMX Obl TO HU
ObLIO0 PparMeHTOB KoOZla. YUEHBIM OBbLI HEOOXOOUM HeMeJJIEHHBbII CBOOOIHBIN M OT-
KPBITBI ZOCTYII K MH(POPMAaIIIAL

Crnenyromye Tpu rojia DpPOLLIK ILJIOZOTBOPHO, Tak 4To K 1999 r. oHM cmorsm yc-
KOpUTH Iporecc pacummdpoBkn. Ho TyT Bo3HMKJIA HOBadA IpodjeMa: y IIPOeKTa
«I'eHOM ueJiOBeKa» MOABMUJIICA KOHKYPEHT — 4HacTHas KoMmmaHuA Korma mpoekTt Ha-
4yHAJICA, IIOJIHOe CEeKBEHMPOBaHMe BCETO I'eHOMa He IPeJCTaBJAJO0 KOMMEPUEeCKOTo
MHTepeca, HO IIOJIOMKeHMe Belllell MeHAJOCh 10 Mepe TOro, KaK LIeHHOCTb IoJydae-
MO} MH(pOpMaIMy CTAaHOBUJIACH OYeBMAHee, a ceDecTOMMOCTh CEKBEHMPOBAHUA
CHMSKAJIach. 3aBepllleHre paboT 1o pacin@poBKe TeHOMa HeJIoBeKa KOHCOPIIMYMOM
yuéHbIX I1aHupoBasock K 2003 r. — 50-setuio oTkpbITuA cTpyKTyphl JHK. Ognaxo
KOHKYPEHIMA B BTOI 00J1acTM CKa3aJja CBOE CJIOBO.

B 1998 r. cexBenmpoBasu oxosio 100 Tblc. map ocuoBauwmit JHK B genr mpwu
croumocT 50 IIEHTOB 3a OCHOBaHME, MJIM OKOJIO 36 MJIH. IIap OCHOBaHUII B TOJ.
K 1999 r. ycoBepiieHcTBOBaHME aBTOMATUYECKUX YCTPOVICTB IIPUBEJO K IATUKPAT-
HOMY YCKOpeHMio paborsl, moaromy K 2003 r. o0BEM CEeKBEHMPOBAHUA IOCTUT
500 mutH. Tap OCHOBaHWMII B rof npu cromMocTu 50 IIeHTOB 3a OCHOBaHINE.

Kpeiir Bentep ocuHoBas uyacTHyr kommaumuio «Cejyepa msxeHomuikc» (Celera
Genomics), KoTopasd cTaJja IPOJaBaTh TeHHBbIE IIOCJIeNOBATEJIBHOCTM 3a OoJblye
JIeHbIY. BKJIIIOYMBIINCE B TOHKY IIO pacIIK(pPOBKe Ir'eHOMa, OHA 3a OAMH IO cAeJaja
TO, UTO y MEKJIYHapOIHOTO KOHCOPIMYMa YYEHBIX M3 Pas3HbIX CTPaH YIIJIO NEeCATb
JeT. TO CTaJI0 BO3MOYKHBIM OJIarofaps HOBOMY METOXLY UTEeHU:A IeHeTUYeCKUX II0-
CJIeIOBAaTEJIbHOCTE U MCIIONIb30BaHUIO aBTOMATU3AIUY IIpollecca YTeHUA.
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B 1998 r. 3aABaeHue TOJBKO YTO col3naHHOV KoMmnaHum «Cejepa IKEHOMMUKC» O
TOM, YTO OHa COOMpaeTcs yBeJIM4IuTb padpaboTKy meroma dparmeHTnpoBanusa JHER
Ha 4eJIOBeYeCKNIi 'eHOM, B HEKOTOPBIX Kpyrax OBIJI0O BCTPEUEHO CKenTudeckn. Tex-
HuKa pparmeHTpoBaHusa paspeiBaeT JHK Ha cdparMeHTh! pa3iMyHbIX pa3MepoB, OT
2,000 go 300,000 map HYKJIEOTMIAOB B OJMHY, 00pa3ysa TO, UTO Hal3blBaeTcA «OmbJmo-
tekoit» JHEK. 3atem JHK «umraror» ¢ IOMOIIBI0 aBTOMATUYECKOTO CEKBeHaTopa
kyckamy 1o 800 map HYKJIEOTMIOB JJIMHOM C 00OMX KOHIIOB KasKIOTo (pparMeHTa.
C nomMomIbio CJ0YKHOTO aJIrOpUTMa COOPKU M CYIIEpPKOMIIBIOTEpa, KYCOUKM cOOMpPAaIoT
BOEJIMHO, IIOCJIE Yer0 TeHOM MO’KeT OBITb PEKOHCTPYMPOBAH V3 MMUJIJIMOHOB KOPOTKUX
¢dparmenToB guuuoi B 800 map HyKJIeoTMIOB. YcIeX KaK roCyZlapCTBEHHOrO, Tak U
YaCTHOTO IIPOEKTOB 3aBMCEJ OT HOBOIL, 0oJjiee BBICOKO aBTOMATM3UPOBAHHOM KalmiI-
JApHON cexkBenmpytomeil JHK-mammesl, kKoTopasd HasblBaJlach «JmIain Baocu-
cremc-3700» (Applied Biosystems-3700). Ona nporonsana nenoukyu JHK ugepes He-
00BIYaliHO TOHKYIO KallMJUIAPHYIO TPYOKY, a He deped IJIOCKUII r'eJib, KaK 5TO JeJja-
JY B PaHHMX MOJeJIAX ceKBeHaTopoB. Emé Oosee kpurmdeckmMm axTopoMm Oblia
paspaboTka HOBOI, OoJsiee MacInTaOHOI IporpaMMbl cOOPKM TeHOMa, acceMOJepa,
KOTOpPBINI Mor Obl oOpabatbiBaTh 30—50 MMIIMOHOB IOCJenoBaTeJbHOCTEN, TpeOyro-
IIMXCA [JIA CEeKBEHMPOBAHMUA BCETO0 YeJIOBEYEeCKOro reHOMa. B TO BpeMs Takoil mIpo-
rpaMMBbI He cyiiectBoBaJsio. OgHMM 13 IEPBBIX KPYIHBIX IPoeKToB B «Cesepa mxe-
HOMMKC» cTajla pas3paboTka JaHHOTO acceMOjiepa, KOTOPBIN OBIJI HaIMCaH Iapai-
JIEJIBHO C CO3JaHyueM OOJIbIION, BBICOKOABTOMATM3UPOBAHHOV (PabpuKM CeKBEHMPO-
BaHMA IreHOMOB. Pa3paboTka accembiiepa Besachk 1oj, pykoBozacTBoM Bpariena Pamo-
ca. IlepBaa Bepcua nmoasunack B 2000 r., xorma xomanza «Cejepa IyKEeHOMUKC» 00b-
enyHNIA cUibl ¢ mpodeccopom Ixxepanbaom PyOomHOM [yl ceKBEHMPOBaHMUA eHOMa
dbpykTOBOI MyWEM Jpo30ghrra MeJIaHOracTep METOAOM (DParMeHTMPOBAaHMA TIeHO-
Ma [6]. CobpaB 130 MutH. map HYKJIEOTHIOB, IporpaMma obOpaboraja, II0 MeHbIIelt
Mepe, B 10 pa3 GoJsibllle [JaHHBIX, YeM JII0DOI paHee cOOpaHHBIN U3 Pe3yJIbTATOB Me-
Toma bparMeHTMpPOBaHMA reHoM. I'ox ciycTta komanza «Cesepa OyKeHOMMKC» OITyO-
JIVKOBaJIa CBOIO COOPKY 3 MJIPJA. Iap HYKJIEOTUIOB UeJOBEYeCKOro reHoMa.

Benrep, rnaBa pupmer «Cesepa AKEeHOMMKC» 3aABMJI, UTO MJAHUPYET BBIMIOJI-
HUTb [OJHOMAcCIITaOHOE CEKBEHMPOBaHME reHOMa, IPUYEM, B OTJIMYME OT TOCyAap-
CTBEHHOTO IIPOEKTa, HaMepeH 3allaTeHTOBATb MHOTME TI'eHbl M XPaHUTb MHQOpMa-
LIMIO B 3aKPBITO) Oase NAaHHBIX, IIPEeJOCTABIAA NOCTYI II0 IOAMNCKE 32 3HAUMUTEJb-
Hywo maaty. Vnea obpaTuTh MHQOpPMAIMIO TeHOMa B HaCTHYI0 COOCTBEHHOCTH BBI-
3pIBaJIa TIyOOKyl0 Tpepory. Emé cuibHee Oecmokomisa peakmmsa Korrpecca. Xora
HMKaKUX JaHHBIX KoMaHza «Cejepa I)KeHOMMKC» He IIpescTaBmya, B KoHrpecce
OBl IOJHAT BOIPOC O TOM, ILiesiecooOpasHO JM JaJibllle (PMHAHCUPOBATH 33 CUET
HAJIOTOIJIATEJIBIIVKOB IIPOEKT, C KOTOPBIM, BOSMOYKHO, JIyUIIle CIIpaBuJcA OBl dacT-
HBIVI ceKTOop? B cBoMX IMyOJIMYHBIX BBICTYNJIEHUAX IIPEACTABUTENN (DUPMBI yImpa-
s Ha Gojiee BBICOKYIO 3(pheKTUBHOCTb COOCTBEHHOTO IIOAXOJA, KJEMMA rocymapcT-
BEHHBIII IIPOEKT KaK MeJJIUTEeJbHBbII ¥ OHpPOKPAaTU3MPOBAHHBIA. OTU 3asBJIEHUA
OBl CIOPHBIMM, TaK Kak B IpoeKTe «I'eHOM dejloBeKa» y4YacTBOBAJM JIydIIINe
YHMBEpPCUTETbl MMpa, TajJaHTJaMBelinme ydénble. Ho mpecca mobuT ckanpassl, u
JKYPHAJMUCTBI MHOTO IMCAJM O «COCTA3aHMM» B CEKBEHMPOBAHMUM TeHOMa, IIpUBJIe-
Kasd K CpaBHeHMIO AXTy Benrtepa m mortoumka Kossma3a. «ABTOPBI NAaCKBUJIBHBIX
crareil, — muiureT B cBoell KHure P. Kosmu3, — NOX0'Ke, HE IOHAJM IJIABHOTO:
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CIIOp IIIEJ BOBCE HE O TOM, KTO BBIIOJHUT paboTy ObICTpee MM C MEHBIINMM 3a-
tpaTamu (1 «Cejepa I3KeHOMMKC», ¥ TOCYJapPCTBEHHBIN IIPOEKT OBLIM XOPOIIO IIOf-
TOTOBJIEHBI), a 00 MpeaJsax. YeM JOJIKHA CTATh IIOCJIENOBATEJILHOCTH I'eHOMa, Hallle
obliee HacJeaye — KOMMEPUECKON yCJyroii uim obuiecTBeHHBIM Ojarom?» [5].

JBanuaTh [EeHTPOB IO pacinpPoBKe reHOMa B Myupe paborasm 6e30CTaHOBOYHO.
3a noaropa roza, ompegenada 1000 komIeMeHTapHBIX IIap B ceKyHZAy, 24 daca,
7 IHeV B HeMeJI0, TOCYAapCTBEHHBIN IIPOEKT IIOJYy4MJ IIePBBIN BapMaHT paciimd-
poBknu, nokpsiBatommii 90% Bcero reHoma desioBeka. «Cejiepa IKEHOMUKC» TOXKe
creHepupoBaJjia O0JBIION OO0BEM INAaHHBIX, HO OHM XPAaHWIMCh B 3aKpBITON Oa3e, u
JOCTYIl K HUM OTCYTCTBOBaJL. B omnpejes€éHHBII MOMEHT COTPYIHMKMU (PUPMBI OCO3-
HaJIM, 4TO MOTYT Ha OOIIMX OCHOBAaHUAX IIOJIb30BATHCA OTKPBITON MHQOpMaIyeii, u
octaHoBuJM pabory. B mrore «Cesepa m:KEeHOMMKC» IIPEICTaBUJIA PaCIIM(POBKY,
KoTOpasa OoJiee YeM HAIIOJIOBMHY COCTOSJIA U3 JaHHBIX, OIIyOJMKOBAaHHBIX B PaMKax
rOCYapCTBEHHOTIO IIPOEKTA.

Brauaje hupMa aHOHCMpPOBaJA, YTO OHa OyZeT ZOOMBATHCSA IATEHTHON 3aIIUThI
«Bcero smmb 200 uamu 300» reHoB, HO IIO3LHEee BHecJa IIONPaBKM, YTO MILET «3allly-
TY MHTeJJIEKTYaJIbHOJ COOCTBEHHOCTM» Ha «IIOJIHOE OMMCAaHMe BasKHENIINX CTPYK-
Typ», coctaByaonmx npumepao 100—300 ueneit. Hakorern, ¢ompma mogasa mpexnBa-
puTesbHble NaTeHTHBle 3aABKM Ha 6 500 mesblx mom gacTM4HBIX reHoB. «Cesepa
JPKeHeMIKC» TakKsKe ofeltasia orrybJMKOBaTh pel3yJbTaThl CBOell paboThl, BBITyCKadA
HOBbIE JaHHbIE €3KEKBapTaJIbHO (IIpoeKT «['eHOM YejioBeKa» BBIIYCKAaJl HOBbIE HaH-
Hble €)KeJHEBHO), OOHAKO, B OTJIMYME OT IIPOEKTa C rOCyAapCTBEHHBIM (DMHAHCUPO-
BaHMeM, (pupMa He JaBaJjla pa3pelleHusa Ha CBODOJHOe pacIpOoCTpaHeHMe MM KOM-
MepuecKoe MCIIOJIb30BaHMEe CBOMX JaHHbIX. B mapre 2000 r., mpesmpent CIIA
KaneTOH 3aABMII, YTO NOCJIEZOBATEJBHOCTb I'€HOMa HE MOXKeT ObITh 3allaTeHTOBAaHA
M IoJKHaA OBITH CBOOOJHO JOCTYIIHA AJIA BCeX ucciyenoBatesieil. Ilocse 3asBieHnsA
npe3useHTa akiuyu komnauu «Cejepa JyKEHOMMKC» CUJIBHO yIaJl, YTO IOTAHYJO
BHIU3 Bechb OmorexHojsormueckmii cektop HACPAK, nmorepasBmmii okosio 50 mupz.
ZI0J1J1. PBIHOYHOV KaluTaJM3aluy 3a ABa AHA. VIHTepec K «COCTA3aHMIO» CTAHOBUJI-
cs HEYMECTHBIM M TPO3MJI OTBJEYb BHUMAaHME OT Liesau oDoMuX IIPOeKTOB. B KoHIle
anpesa 2000 r. cocroanace BcTtpeua K. Benrtepa m @. Kosnme3a, KOTOpbIe IOTOBO-
puimck 00 OJHOBPEMEHHOM OO'BABJIEHUM Pe3yJIbTATOB paboTel. Tak OHM OKal3aJmCh
IVIaBHBIMM JeJICTBYIOIIMMIY JIMLIaMM TOpKecTBa B Besom nome. 3HaMeHaTeJbHO, YTO
MMeHHO B 5TOT rox mnpaspHoBasiock 100-netwe orTxpertua I'peropom Menpenem
dbyHIaMEHTAJbHBIX 3aKOHOB HACJEICTBEHHOCTIL.

WTak, rocygapcTBeHHad nporpamma «I'eHoMm desioBeka», pmHaHCcUpyemada Mu-
HucTepcTBoM dHepreTuku CIIIA m pykoBopumasa P. KosnmH30M, BBINOJHANACH B
TedyeHNe OecATY JeT M cTouia oKojio 3 miaph. mosi. CexBeHmpoBanue «Cesepsbl
IPKeHOMMKC», pykoBogumoe K. BenTepom, 3aHANO0 aBa roma m cromyio 300 muH.
ZoJsmapos [17].

B derpase 2001 r. nBa Hambosiee aBTOPUTETHBIX HAYYHBIX JKypHaJla B MUpe
«Mervigep» n «CajieHc» omyOJMKOBaJM OTYETHI ABYX HAYYHBIX TPYHI, pacimdpo-
BaBIINMX I'eHOM uejioBeka. B ixkypnase «Heltuep» ot 12 ceBpana 2001 r. npuBeneHbl
nonpobHble JaHHBIE O CTPYKTYpe TeHOMa 4YeJIOBEKa, IOJydYeHHble MeKIyHapOIHbIM
KOHCOPLIMYMOM IIoJ pyKoBozcTBOM PpsHcrca Kossmuza, B KoTOpoM paboTanm ydé-
Hble AHrymy, I'epmanny, Kurasa, CIIA, ®pannum n fdnoHnmy B paMKax MesKIyHa-
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poxHoit mporpaMMbl «['eHOM 4YeJlOBeKa» € IIpUBJIEYEHMEM TOCYJapPCTBEHHOTO (PMHAH-
cupoBaHMA. OTta rpynmna Beiiesmmita B JJHR ocoOble Mapkepsl, JIETKO paclio3HaBae-
Mble YYaCTKM, M II0 HUM OIIpeJesnya HYKJEeOTUIHBIE II0CIIeN0BATEJILHOCTY TeHOMA
ugejyioBeka [7]. B Teuenne caenyromux tpéx ser P. Kommmuas npopossxan paboTy B
KadecTBe IUpPEKTopa IpoekTa «I'eHoM desioBeKa». YTOYHAJNMCH I€PBOHAYAJBHBIE
JIAHHBbIE, 3aIIOJHANNCH IIPOOeJIbl, IOBLIIIAJICA YPOBEHb KOPPEKTHOCTY MH(OPMAINN,
U BCe Pe3yJIbTaTbl BBIKJIAIbIBAJINCE B 00IIeNOCTyIHbIe 0a3bl JaHHBIX.

B sxypnage «Carternc» ot 16 deBpana 2001 r. yuénsle gyacTHO pupmsl «Cesepa
JPKEeHOMMKC» IT0J, pykoBogcTBoM Kpaiira BeHTepa omyOismkoBasm pe3yabTaThl pac-
M POBKM I'eHOMa dYeJsIoBeKa, IIOJydeHHble C IIpMMeHeHMeM APYToil cTpaTeruy Jc-
cJlelOBaHMM, B OCHOBE KOTOPOM JIEKUT aHaJM3 II0oCJelloBaTeJIbHOCTe HYKJIeOTUI-
HBIX OCHOBaHMII B KOpOoTkux ydacTkax JJHK uesnoserka. Taxkum obOpasom, mpu pac-
M POBKE TeHOMa deJsloBeKa ObLIM MCIIOJIb30BAaHbI IBA HAYYHBIX ITOAXOJA, KasKIbIi
M3 KOTOPBIX MMeeT CBOM IIPeMMYIecTBa M HENOCTAaTKM. BajKHO OTMETUTH, YTO IIO-
JydeHbl OJIM3KO COBIAZAIOIME Pe3yJIbTAaThl, KOTOPblE B3AaMMHO JOIIOJIHAIOT IPYT
Jpyra ¥ CBUAETEJBCTBYIOT 00 MX JOCTOBEPHOCT). Bompoc o TOYHOCTM M3ydeHUA
nocsenoBatenbHocTell JTHK ocobeHHO BaskeH B OTHOLIEHMM IeHOMa deJsioBeKa. B Ha-
IlIeM TeHOMe CyI[ecTByeT OOJIbIIIOe UMCJIO IIOBTOPOB HYKJIEOTUAOB. Kpome HUX B
XPOMOCOMaX €CTb TeJIOMEePBI, IIEHTPOMEPHI ¥ 30HBI I€TEPOXPOMATHHA, I'Zle CEKBEHM-
poBaHMe 3aTPyAHEHO, M OHM IIOKa MCKJIOYEHBbI M3 uccienoBanumit. IIpensapurenb-
HbII aHaJM3 OIyOJMKOBAaHHBIX MAaTEPUAJIOB II0 paciiM(pPOBKE reHOMa 4YeJOBEKa
II03BOJIAET OTMETUTB HECKOJIBKO ocoDeHHocTell. KomdecTBO TeHOB y deJjloBEeKa OKa-
3aJI0Ch CYIIeCTBEHHO MeHbIlle, YeM IpeJroJarajy yuéHble HeCKOJIbKO JeT Ha3al,
HasbiBasa BeanunHbl 80—100 Teic. reHoB. ITo maHHBIM, OMyOJMKOBAHHBIM B sKypHaJe
«Hertuep», y dejioBeKa OKOJIO 32 ThIC. T€HOB, TOTZAa KaK B I'eHOMEe MYXU APO30hNJI
ux 13 TbICc., Kpyrjoro depBA HeMmatombl — 19 100, a pacrenma apabuporicuca —
25 Tblc. reHOB. IIpy comocTaBJIeHNY STUX BeJMUYMH CJeLyeT MMeTb B BUJIY, UTO pac-
4ETHOE YMCJIO '€HOB YeJIOBEKa IIOJIyYeHO MEeTOJaMM KOMIIBIOTEPHOJ I€HOMMKM, M He
Yy BCeX TeHOB BbBIABJIEHBI KOHEYHBIE IIPONYKTBL KpoMe TOro, B reHOMe dYeJIOBEKA
JIefICTByeT IPMHIMII «OOVH I'eH — MHOrO OeJIKOB», T.e. MHOTME T'eHbl KOAMPYIOT ce-
MeJICTBO POACTBEHHBIX, HO CYII[eCTBEHHO pasdyndariuxcs 6enkoB. CienyeT Takske
MMeTb B BUAY IIPOIleCC IIOCTTPAHCJALMOHHON MoAM(UKauyy OeJIKOB 3a CUET pas-
JIMYHBIX XVMMUYECKUX TPYNI — alleTUJIbHBIX, IVIMKO3UJIbHBIX, METUJbHBIX, ocdaT-
HBIX U JOpyrux. IJockosbKy TakuxX IPYyHI B MoJjeKyJe OeJKa MHOTO, TO M Pa3HO0O-
pasue MOKeT OBITb NparTUdecky Oe3rpaHMYHBIM. Jpyroiti ocoOOEHHOCTBIO TE€HOMA
4JeJIOBEKaA ABJIAETCS HaJM4dye B HEM TeHOB Pa3JyIMYHBIX BUPYCOB M OakTepmii, KOTO-
pble IIOCTEeIleHHO HaKallJIMBaJMCh B IIpOllecce MHOTOMMJIIVOHHOM 3BOJIOLMN HeJso-
Beka. Ilo obpasmomy BbIpaskeHmio akagemmka JLJI Kucenéma, «reHom uesoBeka
IpecTaBiAeT coboii MOJIEKYJIApHOe KJyanouile, Ha KOTOPOM IIOKOATCS BUPYCHBIE U
OakTepuasibHbIE TeHbl, DOJBIIMHCTBO U3 HMUX MOJUMUT M He (PYHKUMOHMpPYeT» [4; 11].

B ampesie 2003 r., korma ormedaJsock H0-jieTye OTKPBITUA YOTCOHOM M Kpmrom
neoitHoV crmpasm JJHEK, 6b110 06bABJIEHO O JOCTMIKEHMM BCEX IleJieil, CTaBMUB-
muxcsa nepen npoexktoM. P. KosnmmH3 MCOBITBIBAJ OIPOMHYIO TOPJOCTH 3a ABE C
JIMIIHMM ThICAYM YYEHBIX, COBEPIUMBIINX 5TOT BBIAAIONIMIICA IOABUT, — pacIiundg-
POBKa I'eHOMa M dYepe3 TBHICAYY JeT OyAeT CUMTATbCA OFHMM U3 TJIABHBIX JTOCTU-
SKeHMII YeJloBedYecTBa.
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MpepBaputenbHoe onucaHue ocobeHHocCTeM
reHoMa yesioBeKa

Vrak, renom udesoBeka mpoumtad. Ha 3,1 mupa. #HykaeoruzpoB koma JHE, pac-
pefesIéHHBIX 110 24 XpoMocoMaM, OKa3aJIoCh, YTO OUYeHb MaJleHbKasd 4acTb IIPUCYT-
CTBYET IJiA KOAUpOBaHMU:A OeskoB, — Bcero 20—25 ThIC. T€HOB, Ha HUX MPUXOIUTCHA
1,5% renetnueckoro koxa. Teopetnyeckn oxkumaemoe Kosmdectso — 100 ThIC. reHOB.
Hexoropsle Habm0maTen BOCOPUHAMN 3TOT (PAKT KaK OCKOPOUTEJBHBIA IJIA YeJo-
BeuecTBa. HeoymMeHMe y4é€HBIX IIOHATHO: Yy MyIIKM Apo3ocuiasl 13 601 ren, y Kpyr-
JIOTO TIOYBEHHOTO 4epBA — 19 Toic., y ropumiibl — 25 ThIc. reHOB. CTOJIb MaJioe KOJM-
YeCTBO T'€HOB Y UeJIOBEKa He II03BOJIAET BBIJEJUTL €r0 M3 »KMBOTHOTO IJapCcTBa U
CUMTATh «BEHI[OM» TBOpeHudA [15]. Crasmu BBICKA3bIBATHCA MHEHU:A, YTO, MOKET
OBITh, Hallla CJOYKHOCTb OIPEeneJiAeTCA He YMCJIOM OTHAEJBbHBIX [MaKETOB MHCTPYK-
Mii, a TeM, KaKk OHM MCIIOJIb3yIoTcA. MosKeT ObITb, KOMIIOHEHTBI, 3 KOTOPBIX MbI
coctouM, obyumnauchk paboTaTb B MHOrO3aJadHOM pexkume. [Ipumep: o6bEM aKTUB-
HOTO CJIOBapsA y 0OOpasoBaHHOIO HOCUTEJSA AHIVIMIICKOro fA3bIKa — OKoJsio 20 ThIC.
CJIOB, 3 KOTOPBIX COCTABJIAIOTCA MPOCThIEe JOKYMEHTBI, HAIpUMep, IaMATKa BOIN-
Tessa, u «Yaucce» Ixxeiimca xorica.

OcuoBrywo uacTe JHK xpomocoMm uejioBeka 3aHMMAIOT IIYCTbIHHBIE YUYaCTKU U
TaK Ha3bIBaeMble TaHJEMHBbIE MOBTOPHI. IIOBTOPBHI OeCCMBICJEHHBI U CJIEAYIOT IPYT
3a OpyroM Hamozo0ue BeJIOCUIIeNOB-TaHAEMOB, oTciofa 1 HasBauue. JHK moTopos
Ha3bIBAIOT ITapal3UTUYECKO}l MJIM SrOMCTUYECKO}, TaK KaK OHa HUYEero He JeJjlaeT B
reHOMe, OJHAKO COXpaHAeTCA M yBeJMUMBAEeT MAcCy XPOMOCOM. 3aTo TaM, IJe pac-
moJiaraloTcsa reHbl, akTuBHOCTE JJHK u depMeHTOB, CHMHTE3MPYIOIINX €€ KOOMU B
BuZe MoJjekyJs mHpopmanyonHoii PHE, nosemmaerca B 200—800 pas. Oto — «rops-
4ye TOYKM TeHOMa». B reHome dejioBeka ydéHBble HacumuTayy 223 reHa, KOTOpPBIE
CXOOHBI C TeHAMM KUIIIEYHOI MIaJIoYKM. 3adeM HaM TaKue «JIpeBHMe» reHbl? Bumam-
MO, COBpeMeHHble OpPraHM3Mbl YHACJEeLOBaJM OT IIPEIKOB KaKue-To (PyHZaMeHTaJb-
Hble CBOMCTBa KJIETOK U OMOXMMMYECKME peaKluM, NJIA KOTOPBIX HEOOXOOUMMBI CO-
orBeTcTByIolMe Oeiyknu. IlosoBuMHA 0EJIKOB MJIEKOMMTAIOIINX MMEET CXOJCTBO aMMU-
HOKMCJIOTHBIX IIOCJIefIOBaTeJIbHOCTel ¢ OedkamMy Myxu npo30oduibl. C MBIIIBIO —
90%, ¢ mummanze — 99%. B Hamem reHome udesioBeKa MHOTO IOCJIEOBATEJIbHOCTE,
JIOCTaBIINXCA OT peTpoBupycoB (Bupychl paka u CIIV[Ja). A y HMX OPUCYTCTBYET
obpaTHaa TpaHckpunrtasa. Ilocae cunresa JJTHK na matpune PHK Bupyca c momo-
IIbI0 00paTHOI TPaHCKPUIITA3bl BUPYCHBI reHOM BcTpauBaeTca B JHK xpomocom
KJIETKU. TaKMX PeTPOBUPYCHBIX IIOCJIENOBATEJILHOCTE B reHOME UeJIOBEKa JI0BOJIb-
HO MHOTO. BpeMsA OT BpeMeHM OHM MCKJIIOYAIOTCA, B pe3yJbTaTe Hero BO3HUKAET
pak. HenaBHee OTKpBITHE: A BCTpamMBaHMUA BUpyca HeobXoauma crelududecKas
IIOCJIEIOBATENBHOCTh 13 14 OYKB TeHETMUECKOTO KOJa IJIA TOro, 4TOOBI OJIOKMPO-
BaTh arpecCcUBHBIE PETPOBUPYCHI U IleJIeHAIIPaBJIEHHO «BHEAPATb» HYKHbIE TEHBL
Takoil MeTOJ MCIOJb3yeTCA B TeHOTePaIINL.

Y MJIEeKONUTAIOIIUX PEeTPOBUPYCHI OJOKMPYIOT aKTUBHOCTH MMMYHHBIX
T-11M@OoLMTOB, OTBETCTBEHHBIX 32 OTTOPKEHME UYKepPOLHBIX OPTAaHOB U TKaHEIL
Ilnon pasBmMBaeTca BHYTPM OpraHmu3Ma MaTepu 6e3 MMMYHHOTO OTBETa OTTOpPIKe-
HIS HAIIOJIOBUHY Te€HeTUYeCKM UyKepOoLHOro Martepuasa (oTuoBckoro). OHuM akTu-
BUPYIOTCA B FeHOME M HaKallJIMBAIOTCA B KJETKaxX IaleHTbl. HenaBHo Obl1 oOHa-
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PY?KeH BHUpPYC, KOTOpPBI OJIOKMpyeT 3KcIpeccuio peTpoBupyca. Ecam Bupycom-
0JI0KaTOPOM 3apPa3uUTh OEPEMEHHYIO MBIIIb, TO MBIIIATA POKIAIOTCA HOPMAJIbHBIMUI
u B cpok. Ho ecay BBeCcTM B KJIETKM IJIALIEHTBI, TO IIPOMCXOAMT BBIKMJBIII IIJIOJA,
Tak Kak akTuBupytoTca T-smmdormTel MaTepu. PeTpoBupycHble mnocienoBaTesb-
HOCTY BO3HMKAIOT Ha KOHI[AX XPOMOCOM — TeJloMepaX. TeJiloMepbl COCTOAT U3 On-
Hounenodeunoit JJTHE, KoTopas cuHTe3upyeTcsa (pepMeHTOM TeJIOMepa30il Ha MaT-
punie PHR. CuntaeTcsa, 4To TeJjloMepbl ABJIAIOTCA HAIIMMM MOJIEKYJIAPHBIMM daca-
MM, IIOCKOJIBKY OHM YKOPa4YMBAIOTCA C KaKABIM KJIETOYHBIM JeJsieHueM. PaHblie
CUNMTAJIOCh, YTO B TeJIoOMepaxX HeT I'eHOB, OJHAKO pacimm@poBKa IeHOMa IIOKasaJja,
YTO T€HOB TaM JOBOJIBHO MHOTO M OHM aKTMBHBI B JIeTCTBE ¥ B MOJOJOM BO3pPacTe,
IIOCTEIIeHHO «yracas» II0 Mepe cTapeHusa opraHmama. He Tak y»x Oes3ngeATesbHbI
TaHAEeMHbIe IIOBTOPBL. B HOpMe OHM MMEIOT OIlpelesIEHHOe YMCJIO IIOBTOPAMIINXCHA
TPOeK, IATEPOK U Jaske ceMEépok OykB. Ho B HEKOTOpBIX ciydasdx B pe3yJbTaTe
MyTal[Mii 41CcJI0O IIOBTOPOB HaudMHAEeT HapacTaTb, YTO BeJET K HeCcTaOMJIbHOCTHU re-
HOMa. Jleslo OXOmMT maske O «IIOJIOMOK» KOHIJOB XpoMocoM. DparmMeHTaImsa KOH-
LIEBBIX yYaCTKOB XPOMOCOM MO’KET IPUBECTU K TPAHCJIOKALIMM XPOMOCOM, a TaKyKe
cuHTe3y Takux ¢opMm Oejka, KOTOpble BBI3BIBAIOT IMOesb HEPBHBIX KJETOK, KaK
s3T0 Habsaomaerca mpM HacjeAcTBeHHOV xopee I'emtmHrrona [15]. CymecrtByer un
elfe OAVH MeXaHM3M TeHeTUUeCKOro pas3HooOpasus, KOTOPHI BBIABUJICA TOJIBKO B
Ipoliecce MPOYTEHNA TeHOMa. OTO CUHIYJIAPHBIN HYKJIEOTUIHBIN ITOJIMMOPQU3M,
nan, Tak HasbiBaeMble pakTopsl CHIL

ITomumopduaMoM B reHeTMKe Ha3bIBAIOT CUTYAIIMIO, KOIZa T'eHbl OJHOTO M TOTO
’Ke IIpMBHAKa CYIIEeCTBYIOT B pa3HBIX BapMuaHTaXx. IIpumepoM nosmMopdusMa, Mim,
JPYTUMM CJIOBaMM, MHOYKECTBEHHBIX aJlleseli, caysKaT I'PYINLI KPOBM, KOTa B OJ-
HOM XPOMOCOMHOM JIOKyce (ydacTKe) MOT'yT HaXOAUTBbCA BapMAHTHI reHoB A, B nim
O, KOTOpble OIpeesdioT MIePBYI0, BTOPYIO, TPETbIO0 M YeTBEPTYIO TPYIIIbl KPOBU
MMMyHoJsiorndeckoit cucteMbl ABO. CHUHTYJIAPHOCTD IO-JIATHIHM O3HAYaeT OfVIHOYe-
cTBO, uTo-TO enmuHcTBeHHOoe. CHII — 3TO m3MeHeHMe «OyKBBI» Te€HETUYECKOTO KOZA
0e3 «mocyencTBUil 1A 300poBbs». Cunraercs, uyro y denoBeka CHII BcTpeuaeTes ¢
gactotoit 0,1%, T.e. KasKAbII YeJIOBEK OTJIMYAETCA OT APYIUX OLHUM HYKJIEOTUIOM
Ha KalKAYyH ThicAYy HykJeotunoB B JHK. ¥V mmmnanse, mpexacraBidmonieit coboit
OoJsiee mpeBHUMIT BUJA M K TOMY sKe ropaszo Oosee reteporenmnsi, unciao CHII mpnu
cpaBHeHMM ABYX pasdHbIx ocobeit mocturaetr 0,4% [15]. Ho econ pasamumsa B CHII
He CKa3bIBAIOTCA HA 3J0pOBbe ocolelf, TO YeM OHM MHTepecHbI U BaskHbI? Bo-
nepBbix, ndydenue CHII mmeer Oosbllioe TeopeTudeckoe 3HadeHMe. VIMEHHO OHMU
IIO3BOJIAIOT CPaBHMBATHL BO3PACThI IOMYJIALMI M ONPEeNesATb IIyTU UX MUTPAILNNL.
Taxk, HampuMep, B MYKCKOI I10J10BOIt xpomocoMe (Y) BbrgeseHnl 22 ¢pakTopa CHII,
aHaJm3 KOTopbIix y 1007 eBpormeiiues mo3BoJmnJ onpenesntb, 4To 80% eBporneiickux
My:K4uMH uMeloT cxonublii «CHII-maTTepH», T.e. «pUCYHOK». OTO TOBOPUT O TOM, UTO
TBICAYM IIOKOJIEHMII Has3aJ, deTbIpe IIATBIX €BPOIEeNCKUX MYKUMH MMeJy OOIIlero
npegka. Ho u npaktnaeckoe 3Hadenne CHII Besuko. BodaMoskHO, He Bce 3HAIOT, UTO
CerofHaA caMble PaCIpPOCTpPaHEHHBIEe JieKapcTBa BP(QPeKTUBHBI He 0OoJjiee uUeM IJiA
JeTBepTM HaceJeHMA. MmMHMMaJbHbIEe TeHeTUYecKue OTaINuMs, o00yCcJOoBJIEHHbIe
CHII, onpenenaioT 3dp(peKTUBHOCTb JIEKAPCTB U MX II€PEHOCHMOCTb B KasKJOM KOH-
KpeTHOM ciydae. Takue reHeTudecKyre BapMaHThl HA3bIBAIOTCA TallJIOTUIIAMI.
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Hanpumep, cpeau acTMaTUKOB JOBOJIBHO IOMYJIAPHO JIEKAPCTBO aJ0yTepoJ, KO-
TOPBII B3aMMOZENCTBYET C PEleNToOpoOM aJpeHaJsMHa ¥ HOJABJAET HPUCTYH YIY-
mbsa. OgHako M3-3a pas3HooOpas3us TalJIOTUIIOB JIIOZEl JIEKapCTBO NeliCTBYeT He Ha
BCEX, @ HEKOTOPbIM OOJIbHBIM OHO BOODII[e IIPOTUBOIIOKAa3aHO. OTO O0YCJIOBJIEHO
CHII: momm ¢ mocyenoBaTesbHOCTBIO OykB B oxHoMm u3 reHoB TIITII] (T-tumus,
II—-umTo3mH) He pearnpyroT Ha aJbyTepoJ, ecyy 3Ke KOHIIeBOI IIMTO3MH 3aMeHEH Ha
ryanuH (TITIT), To peaknua ecTh, HO YacTuuHadA. [lyia Jsroneit sxe ¢ TUMMHOM BMe-
CcTO KOHIeBOro 1mro3mHa B aToM ydacTke — TIITIIT — smexapctBo ToKcmuHO. Bia-
rojapsa pacuimdpoBKe CTPOEHMA reHOMa YeJIOBeKa, MeAMIMHCKAas TeHeTMKa B OJu-
sKalilllee BpeMd IMPEBPATUTCA B MEAMUIIMHCKYIO T€HOMUKY, IIOCKOJIBKY CTaHET BO3-
MOJKHBIM YCTaHOBUTBH OJHOBHAYHOE COOTBETCTBME MEIKIY OIpEeHesIeHHBIMM MyTa-
IMAMM B ONPEeNeJIEHHBIX TeHaX M TEeMM MJIM MHBIMM IAaTOJOTMAMU. ¥YKe UAeHTU M-
LMPOBaHbl COTHMU TAaK Ha3bIBAa€MbIX OOJIbHBIX I'€HOB, UbiA CBA3b C HACJIeJ[CTBEHHBIMU
OoJsie3HAMM YETKO JOKa3aHa.

sk sk sk

TpéxMunnmapaHei IpoeKT ObLI popmasbHO 3amyiieH B 1990 r. Muanucreper-
BoMm pHepretuku CIIMA u HanmoHaJbHBIMM WMHCTUTYTaMM 3APaBOOXPAHEHU:A, U
02KUZaJIoch, YTO OH mpoaaurca 15 jet. ITomumo CIIIA, B MeXKAYyHAPOIHBI KOHCOP-
uuyMm Bouwu renetuku Kurtas, @pauunn, Fepmanun, Anonnu n Benukobpuraunm.

B cuny mmmpoxoit MeskAyHapOIHOM Koollepalyy M HOBBIX JOCTUKEHMiI B oOJac-
T T€HOMUKMN (OCOOEHHO B CEKBEHMPOBAHMM), & TaKyKe BHAUUTEJbHBIX JOCTUIKEHU
B BBIYMCJIMTEJBHOM TEXHUKE, «UepPHOBUK» reHoMa ObL1 3akoH4YeH B 2000 r., o 4éMm u
Op1710 00BABNEHO. [IponosiKeHNe CeKBeHPOBAaHMA IIPMBEJIO K OOBABJIEHNIO B alrpe-
Jge 2003 r. 0 mOYTM IIOJIHOM 3aBeplleHNM paboThl, HA gBa TroJa paHbllle YeM ILJIaHU-
poBasock. B mae 2006 r. Oplna mpolimeHa Apyrad Bexa Ha YT K 3aBepIIEHMUIO
IIpoeKTa, Korja B »KypHaJsie «Heliuep» Oblna omrybsamkoBaHa IIOCJIENOBATEIBHOCTH
IocJIeJHell XpOMOCOMBI — XpoMocoMbl 1. Besien 3a paciimgpoBKoil reHOMa deJjioBe-
ka (2000 r) mHacranm uepé€n gpyrux BuzaoB: 25 apxebaxrepwmii, 270 HGaxTepuii,
46 sykapmor, m3 HuX 12 mpotucrtoB, 19 rpuGoB m 13 KMBOTHBIX — HEMAaTOAbI
(Caenorhabditis briggsae), nposodunsl (Drosophila melanogaster), MaJApUITHOTO
komapa (Anopheles gambiae), menkonpana (Bombyx mori), acunmgun (Ciona
Intestinalis), pwib (Tetraodon nigroviridis, Danio rerio, Takifugu rubripes), KpbICbl
(Rattus norvegicus), vt (Mus musculus), nomamseit cobaxku (Canis familiaris),
mmmMianse (Pan troglodytes). Ha cerogHANIHMII OeHb MCCJIENOBATEJbCKUMMU TPYII-
mamMu BenéTcda pacindpoBka eireé 905 nmporapmuoTudeckux U 569 dyKapmUOTUUIECKUX
reromosB [18].

ITocnenoBaTenbHOCTh yesoBedeckoir JHK coxpanaercsa B 6a3ax HaHHBIX, JOC-
TYIHBIX JIOOOMY MoJib30BaTes 0 depes VIHTepHeT. HaimoHasbHBIN LIeHTP OuoTex-
Hostormueckoit mHpopmanym CIHIA (u ero mapTHépckue opraHmzanuu B Espomne un
AnoHMy) XpaHAT TeHOMHBbIE IIOCJIeOBATEJIbHOCTM B 0a3e IMaHHBIX M3BECTHOM Kak
GenBank, BMeCTe C IOCJI€NOBATEJIbHOCTAMY M3BECTHBIX U IMIIOTETUYECKUX T€HOB U
GesxkoB. [Ipyrue opranmsaimu, K npumepy, Kamudopuuiicknit yuunsepcuter B Can-
ta-Kpyse u Ensemb! nonmep:KuBalT IOIOJHUTEJIbHbIE NAaHHBIE M aHHOTALUM, a
TaK)Ke MOIIHble MHCTPYMEHTHI AJIA BU3yaJM3aluy U MOoMUCKa B 3TuxX Oazax [13; 20].
Brun paspaboTaHbl crelnmasibHble KOMIIBIOTEPHBIE MMPOrpaMMbl JJiA aHaJM3a OaH-
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HbBIX, IIOTOMY YTO caMy JaHHble 6e3 TaKuX [IPOrpaMM MHTEPIPETUPOBATH MIPAKTU-
YecK) HEeBO3MOXKHO.

ITonHOCTBIO CEKBEHMPOBAHBI T€HOMBI APOKIKEN, BO3OYAUTEIA MaJIAPUM, IPO30-
uiIbl, MJIOCKOTO YepBA M HECKOJbKMX COT OaxTepuil. ['eHOMHas uHQOpMaNya II0
HEKOTOPBIM M3 HUX, IIOJIyYeHHas YaCTHBIMM (PMPMaMM, OCTAETCA 3aKPBITO B KOM-
MepUecKMUX MHTepecax, HO IIOCJENOBATEJIbHOCTM HYKJIEOTUIOB IECATKOB IIOJHBIX
TeHOMOB OaKTepuil, BKJOYad JaHHBbIE II0 MUKOILJIa3MaM, MOYKHO HaliTU B OTKPBITHIX
OaHKaX JTAaHHbBIX:

GenBank (http.//www.nchinlm.nih.gov/),

EMBL (http.//www.embl-heidelberg.de/)

u DDBJ (http://www.ddbj.nig.ac.jp/).

T'eHoMuMka mccesenyeT M COIOCTABJIAET IfeJIble T€HOMBI ITPOKAPMOT, I'eHOMBI AZep
U OpraHeJsI DyKapuoT. Pa3zBuTue TeHOMUKMU COIPSAMKEHO C IIprpeccoM B OGmomHQOp-
MaTuKe, oDecreunrBaiolleil KOPPEKTHYI0 00paboTKy M MHTEPIPETALVI0 3KCIepu-
MEHTaJIbHBIX JaHHBIX [14].

CorsacHo omIpefeseHNI0, KOTOpoe McHoJb3lyeT MeXIyHapOoOHBII IIPOEKT II0
paciundpoBKe reHOMa dYeJIOBEKa, T'eHOM pacIIM(POBaH IIOJHOCTHIO. I'pacur mcto-
puM pacmmM@pPoOBKY MIOKA3BIBAET, YTO OOJIBIIAA HaCTh HUeJIOBEYEeCKOTO TeHOMa ObLia
3axkoH4YeHa B KoHIe 2003 roma. OgHAKO eIlé ocTaéTcA HEeCKOJIBKO PETrMOHOB, KOTO-
pble CUUTAIOTCA He3aKOHUEHHBIMU:

e Ilpesxnme Bcero, LEHTPAJIbHBIE PETMOHBI KaKZOM XPOMOCOMBI, M3BECTHBIE
KaK IIeHTPOMephl, KOTOpbIe COZepsKaT OO0JBbIIOe KOJMYECTBO ITOBTOPSAMOIIMXCHA II0-
caenoBatesnbHocTell JHK; X CJI0OMKHO CEKBEHMPOBATbH IIPY IIOMOIIY COBPEMEHHBIX
TexHoJsioruii. IleHTpoMepsl UMEIOT JJIUHY MUJJIMOHBI (BOBMOYKHO, AECATKM MUJLIVO-
HOB) ITap HYKJIEOTUJIOB, M, 110 DOJIBIIIOMY CHETY, OCTAIOTCA HeCEeKBEHVPOBAHHBIMIAL

e Bo-BTOpPBIX, KOHIBI XPOMOCOM, Ha3blBaeMble TeJOMepaMlM, TaKyKe COCTOs-
1Y€ U3 NOBTOPAIOIIMXCA IOCJIEL0BATEIbHOCTEN, U IO BTO IpPUYMHE B OOJIBIINHCT-
Be 13 46 xpomocoM MX pacmm@poBKa He 3aBeplleHa. TOYHO He M3BECTHO, KaKad
YacTh II0CJIEOBATEJILHOCTM OCTAETCA He pacmdpPOBaHHON A0 TeJOMep, HO KakK U C
LIEHTPOMEPAMH, CYIIECTBYIOIIVE TEXHOJOTMYECKME OIPaHUYEHUA MPENATCTBYIOT UX
CEeKBEHMPOBAHUIO.

e B-TpeTbux, B reHOMe KasKIOTO MHAMBUIYYMa €CThb HECKOJIBKO JIOKYCOB, KO-
TOpBIE COZEepsKaT UJIEHOB MYJbTUTE€HHBIX CEMENCTB, KOTOpble TaKsKe CJIOMKHO pac-
M@ pPoBaTh C IIOMOIbI0 OCHOBHOI'O Ha CETOAHAIIHUI JeHb MeToAa (pparMeHTUPO-
Baaua JJHK. B wactHOCTHM, 3TN ceMelicTBa KOOMPYIOT OeJikM, BasKHble IJIA MMMYH-
HOII CUCTEMBI.

e Kpome nepeuncaenunsix pernoHoB JJHK, ocraérca elé HeCKOJNBKO Opelei,
pa30pocaHHBIX II0 BCeMY TeHOMY, HEKOTOpBble 13 KOTOPBIX JOBOJBHO KPYITHBIE, HO
eCcTb HaJeXKJa, UTO Bce OHM OYZAYT 3aKpbBITHI B OJjmskaiiime roabl

&®. Konnmua, pyKOBOAUTENb TOCYIZApPCTBEHHON IIporpaMmbl «['eHOM ueJsoBeka»,
copMyIMpPOBaJ IPOrHO3 FEHOMHBIX MCCJenoBaHuii Ha Osvskarimme 40 JeT.

2010 ron. T'eHeTuYecKoe TECTMPOBAHME, MPOMUIAKTUYECKNE MEPBI, CHUIKAIO-
e puUcK 3aboJyeBaHMil, ¥ TeHHasd Tepanmua A0 25 HacJIeACTBEHHBIX 3aboJsieBaHMIL
MegncecTpsl HaUMHAIOT BBIIOJIHATH MeAVKO-TeHeTudecKye npoienypsllllnupoko goc-
TYIHa [IPEeVMIIJIaHTAIlOHHAA AMATHOCTMKA, APOCTHO OOCY:KIAIOTCA OrpaHMUYEHUd B
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npuMeHeHnu npauHOTO Metoza. B CIITA mnpuHATHI 3aKOHBI JJIA IIPeJOTBPALIEeHUA
TeHEeTMYECKO AMCKPUMMHAIIMM M CcODJIOAeHMA KOoH(UAeHIMaJbHOCTH. He BceMm
JOCTYIIHBI MpaKTUYECKMe MIPUJIOKEHUA TeHOMUKM, OCOOEHHO B Pa3BUBAIOIINXCH
CTpaHaX.

2020 ron. Ha pbIHKe HOABJIAIOTCA JIEKapCTBa OT aAmnabeTa, TMIIEPTOHUM U OPYTUX
3afoseBaumii, paspaboTaHHBIE Ha OCHOBe TeHOMHOV uHpopmarym. Tepanms paka,
IIPUIIEJILHO HAIlpaBJIEHHAsd Ha CBOJCTBa PaKOBBIX KJETOK. PapMaKOreHOMNKA CTa-
HOBUTCA OOI[EIIPUHATHIM [IOAX0J0M [JIs CO3MaHMUA MHOTMX JIEKAPCTB.

Vizmenenue criocofa AMATHOCTUKY MICUXMYIECKUX 3a00JIeBAHNI, IOABJIEHNE HOBBIX
€rI0coB0B MX JIeUeHNsd, M3MEeHEHNe OTHOLIeHMs O0IecTBa K TakuM 3a00JIeBaHIAM.

JemoHcTpanua Ge30macHOCTY TeHOTepanmy Ha YPOBHE 3aPOZbBIIIEBBIX KJIETOK
IIPY TIOMOIIM TE€XHOJIOIUY TOMOJIOTMYHOM PEKOMOMHAIINL

2030 ron. OmpenesieHne MOCIeNOBATEJIbHOCTY HYKJIEOTUZOB BCETO TeHOMa OT-
JIeJIbHOTO VHAMBUZIA CTaHeT OOBIYHOM IIPOLeNypoi, CTOMMOCTBH KOTOpPOJI MeHee
1 TBIC. mONTIAPOB.

KaTasornampoBaHbl TeHbl, YYaCTBYIOIINE B IIPOLIECCE CTaAPEHNUA.

IIpoBogATCA KIMHMYECKME MCIBITAHMA II0 yBeJIMYEeHUIO MaKCUMAaJbHON IIPO-
TOJLKUTEJILHOCTY YKUBHM deJIOBeKa.

JlabopaTopHBIE DKCIEPVMMEHTBI Ha YeJIOBEYECKMX KJIETKAX 3aMEeHEHBI HKCIIepPU-
MEHTaMJ Ha KOMIIBIOTEPHBIX MOJEJAX.

AXTUBU3MPYIOTCA MacCOBbIe IBUMKEHUA IIPOTUBHUKOB IepeOBbIX TEXHOJIOTUI B
CIIA n gpyrux cTpaHax.

2040 roa. Bce obienpuaATbIE MEPBI 3PaBOOXPAaHEHNM OCHOBAHbBI HAa T€HOMMUKE.

Omnpepensgercsa OpenpaclioyioXKeHHOCTh K OOJBIIMHCTBY 3aboseBaHuit (mpu/mo
POXKIEHNA).

JoctynHa sddeKTuBHAA TpOoPUIaKTUYIECKasd MeAMIMHA C YYETOM OCODEHHO-
cTell MHANBUIA. Bose3HM HeTeKTUPYIOTCA Ha PAHHMUX CTAOUAX IIYyTEeM MOJEKYJIAp-
HOTO MOHUTOPWHTA.

J1a 6ospmmHcTBa 3abosieBaHMUIT NOCTYIIHA MeHHAsA Tepamns.

3aMeHa JIeKapCTB NPOLYKTaMM T'eHOB, BhIpabaThbIBaeMbIMM OPTaHM3MOM IIPU OT-
BETe Ha Teparuio.

CpenHAa OpONOJLKUTEJIBHOCTD KM3HM gocturHeT 90 jer OJsarogapsa COILMOIKO-
HOMMYECKUM MepaM. IIpoxXonAT cepbEésHble AebaThbl 0 BO3MOKHOCTM HeJIOBeKa KOH-
TPOJMPOBATbL COOCTBEHHYIO DBOJIIOIIMIO.

HepaBeHCTBO B MuUpe COXpaHAETCdA, CO3JaBasd HaIpPAMKEHHOCTb Ha MeKIyHa-
poxHOoM ypoBHe [18].
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