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BBeaenue

Hayka He CTOUT Ha MeCTE, OHA Pa3BUBACTCA
BCE OBICTpEE U OBICTpEE.

Bor yxke pacmm@poBaH I'€HOM 4YEJIOBEKA,
OTKPBITBl KOJIOCCAJIbHBIA BO3MOXHOCTH I10
JICUYCHUIO MHOXECTBAa 3a00J€BaHUU M
IPYTUE NEPCIIEKTUBBI.

Ho, Tak 11 »T0 06€30MacHO BMEMIUBATLCSA B
reHbl yenoBeka? Kakyro OImacCHOCTh MOXKET B
ceOe TauTh Takas HayKa?




4 h

MoxkHO 0€3 mIpeyBeIMYEHMS yTBEPKJaTh, UTO OHMOATHKA MOJy4YHMia HEMOCPEACTBEHHBIN
TOJTYOK K Pa3BUTHIO Ojlarogapsi COBpEMEHHBIM JOCTHKEHMUSM B 00J1aCTH I'€HETUKH U T€HHOMU
WHXEeHEpUH. Hruke mnpuBeAECHBI HEKOTOPHIE HCTOPUYECKUE OTallbl PA3BUTHUS T€HETHKHU,
KOTOpPbIE HEOOXOMMO 3HATh JIJI MPABUILHOIO IIOHMMAHHUS 3THUYECKUX TEPMHUHOB IIPOOIEMBbI:
1956 rox — “noBTOPHOE” OTKPBITHE XPOMOCOM YEJIOBEKA KaK TEHETUUECKOro MaTeprania;
1967 rox — Ha4ya0 MCIOIB30BAHUS METOA0B MPECHATAIILHON JUArHOCTUKY;

1969 ron — OTKphITHE SBJICHUS SHJIOHYKIIE03A ;

* roJl — noiy4deHue neproi pekomorunantaou JJTHK;

1988 rog — npuMeHeHEe TEHHOM Tepalliyu B KIIMHUKE.

MBI CTaHOBHUMCS CBUJICTEIISIMM YCKOPEHMSI TEMITOB PAa3BUTHS 3TOM Hayku. B CoOBpeMeHHYIO
MEAULIMHY BXOAAT Takue wmeroauku, Kkak JIHK-nmmarHoctwka, TeHHas Teparusi.
buoTexHonorusa U reHHasi HHXECHEPHUS TIePEKUBAIOT SMO0XY CTPEMHUTEIBLHOTO PA3BUTHA.




ﬁSnoaaneCKne npodjaeMbl npoekra «l'eHom
YeJ0BEeKa»
27 wrons 2000r. ydeHble 3asBWJIM O TOM, YTO
npolecc pacimu@poBKUA YEIOBEYECKOTO T€HOMA
3aBEPIIEH IMOYTH NOJHOCTBHIO. CIJIOBO MOYTH
O3HAYaET, YTO HEpACIIU(PPOBAHHBIMU OCTAIACH
JIVIIIb HEKOTOpast HAYTOXKHAS 4acThb
T€HETUYECKOTO TEKCTa. MTHOBEHHO Hay4dHBIE,
HAy4YHO-TIOMYJISIPHBIE, J1a W IPOCTO KYPHAJIBI
I JIOMOXO34€K HAIlOJHWINCh 3aroJIOBKaMH
«YdeHble pacmiudpoBaiy HaIllU TeHbI», « TaitHa
HACJICICTBEHHOCTH  pasrafgaHa»,  «OTKpbIT
CEKPET  BE€YHOM  MOJIOJIOCTU. OnHako
HACTOSIIMMA HAKajl CTpacTed B HAYYHOM
COOOIIIECTBE HAYAJICSI HAMHOTO paHbIIE, KOraa
YUYEHBIE BCETO MHUPA C HAMPSIKEHUEM CIICIUIIN,
KTO € MOOEIUT B TOHKE IO pacilu(ppoBKe
tekcta JHK demoeka: MexayHapoaHas
OpraHu3aius Mo U3y4YeHUIO TeHOMa 4YesioBeKa (
HUGO ) wim aMepukaHckas  4vacTHas
KOMITAHUS "
MOAPA3JICIICHUE KOPIIOpalun
(panee - "PE Biosystems ").
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B 1988r. nmaypear HoGeneBckoit mpemun Jx.
YOTCOH, OIMH 13 NMEPBOOTKPHIBATEIICH CIIAPATIU
JIHK, nyOnmuyHo 3asBHMI O BO3MOXHOCTH
MTOJIHOM pacmnppoBKU HYKJICOTUIHOU
nociueaoareabHoctu JIHK denoBeka. B stom
K€ TOIy AaHAJOTMYHYIO MpoOiIeMy IOCTaBUII
aKaJgeMUK A.A. baes BBIJIAIOIIIUNCS
OTEUECTBEHHBIA  MOJIEKYJISIpHBIA  OHOJIOT.
[lepBoHauanibHO uJEsT 3Ta ObLIa BCTpEUYCHA
CKENITUYECKA TOTOMY YTO PEIIEHUE HJaHHOMN
3a7aud  MoTpeboBajo Obl  BHYIIMTEIbHBIX
3aTpat, 1 MOTJI0 ObI IPOIOIKATHCSA OCCKOHEUHO
noiroe Bpems. [eHoM 4enoBeka, TO €CTh
COBOKYITHOCTb BCEX TE€HOB OJTHOM
YEJI0BEUECKOU KJICTKH COCTAaBJISIET
OpUOIU3UTEILHO 3 MIpA. IMap OCHOBAaHHUM.
MeTtoauku cekBeHUpOBaHUS ( CEKBEHUPOBAHUE
— ONpEAECTICHUE MOCJIEA0BATEILHOCTH
HYKJICOTHJOB) M KOMIBIOTEPHONH 00pabOTKU
IaHHBIX Ha ypoBHe 1988 roma He oOemanu
CKOPOTO BBITIOJTHEHUS MTOCTABICHHOW 3aaaun. U
TEM HE MEHEE, BCKOPE YYEHBIE BCEro MHpaA
CTaJIi O0CYXJaTh €€ BCEPhE3.
/
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B CIIIA u 8 CCCP ¢ 1989r. 6b11a Hayara

[IpaButensctBO CIIIA yupennno npoekT
Human Genome Project ( HGP ), koTopsblii ObL1
paccunTad Ha 15 net. Iensro ero crano
ONPENECIICHUE MOJIHON CTPYKTYpPhl TEHOMA
yeaoBeKa ( CCKBEHUPOBAHUE U KaPTUPOBAHUE —
OIIpeJICICHUE MECTa PACIIOJIOKEHHUSI TEHOB Ha
XpoMocoMax). B Harei ctpane ObL1
opranv3oBaH Hay4yHbIl COBET MO MporpaMme
"T'enHom yenoBeka" Mo pykoBOJACTBOM ALA.
baesa. /i1 KoOpAMHALIMKA HALIMOHAJIBHBIX
HCCJIEIOBATEIbCKUX MPOrpaMM BO3HHUKJIA
MexayHapoaHasi OpraHu3alus Mo N3y4eHUIo
renoMa uenoBeka (HUGO). Ha momenT
co3nanus opranuzanuu HUGO B Hee Bonuin
HCCJIEIOBATEIN M3 IIECTH CTpaH Mupa (B
HACTOsIIee BpeMs UX OO0JIbIIIE) U JOTOBOPHUINCH
0 paboTe ¢ pa3IUUYHBIMUA XPOMOCOMaMH U O
COBMECTHOM OIPEJICJICHUHN U MyOIuKaIuu
IIOJIHOW CTPYKTYPBI TEHOMA.
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paboTa COOTBETCTBYIOIIUX HAYYHBIX MPOTPAMM.
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Ha nmosro Hammx COOTEUECTBEHHUKOB MPUIIIIOCH UCCIEN0BAHUE CTPYKTYP 3 U 19 xpomocom.
HenocpenctBeHHo ¢ Hayajga pabOT MO MPOEKTYy BCE €ro y4YaCTHUKH JAOTOBOPHMJINCH 00
OTKPBITOCTH M JOCTYIIHOCTH BCeH MOJy4aeMOod MH(pOpMAIMUA BHE 3aBUCHUMOCTH OT J0JIH
yyacTusi B MPoeKTe U OT rOCylapCTBEHHOM NMPUHAMJIEKHOCTH . HenmpeMeHHBIM yCclioBUEM
COOJIFOJICHUSI ATOTO IMPHUHIUIIA SBISJIOCH TO, YTO TOCJE 3aBEPIICHUS ONPEICTICHHOTO 00bema
paboTel  naboparopus JODKHa ObUla B YKa3aHHBIM CPOK  OMyOJMKOBAaTH  TEKCT
pacmiudppoBaHHoro (¢parmeHta B cetu Internet . B HacTosiee Bpems UMEIOTCA
00111e10CTyIHbIE 0a3bl JAHHBIX, B KOTOPBIX COCPEAOTOYEHA MH(POPMAIIUSI O CTPYKTYpe reHOMa
YEeJI0BEKA.
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OpnHako, paboTOM O CEKBEHUPOBAHUIO M KAPTUPOBAHUIO YEJIOBEYECKOI0 FT€HOMA CTalln
aKTUBHO 3aHUMAaThCsl YaCTHBIE KOMMeEpUeckue kopnopanuu. [locne Toro, kak OyayT
YCTAHOBJIEHBI TCHETUYECKUE MAPKEPHI TAKUX 3a00JI€BAHUM, KaK caxapHbIi quadeT,
aTepOCKJIEPO3, OMYyXOJIEBbIC 3a00JI€BaHUS, TAPKUHCOHU3M, 00JIe3Hb AJbLIreiMepa,
paccyXxaid OHHM, €CTb OCHOBAaHMS MOJIaraTh, YTO MEIUIIMHCKAsI TEHETUKA CIICJIACT
ONpE/ICIICHHBIC HA MYyTH K UX JICUCHUI0. BOT TyT TO ¥ IPUTOAATCSI 3HAHUS O IEPBUYHOMN
MOCJIEI0BATEIbHOCTH COOTBETCTBYIOIIUX F€HOB B 1IEJISIX CO3AaHUSI TCHETUUECKUX
KOHCTPYKTOB JIJIsl TEHHOM Teparuu.




Yro, ecnu 3anareHToBaTh TekcT ydactka JIHK mo ananmorum toro, kak B (hapMaxkojIoruu
opopmiisieTcss TaTeHT Ha (OpMyiy JIEKapCTBEHHOIO BElIECTBA WJIM Ha J000€ JApyroe
nzoopereHue B TexHuke? He cymutr nm 310 ¢daHTacTUYECKOW NPUOBLIN JIeprKaTeIsaM
nateHToB? Bonpoc putopuueckuii. Tem 6oinee, uro XXI Bek yxe celidac UMEHYIOT BEKOM
onorexHonoruu. YacTHple KOMITAHWHM, OJHOW M3 CaMbIX KPYMHBIX SBJISETCS Ha3BaHHas
Boimie " Celera Genomics ", BKIIFOUWIIUCH B TOHKY MO paciii@poBKe YEI0BEYECKOTO FEHOMA,
HAJEACh BBIUTPATh B HEW U TOdydyaTh NpUOBUIL OT mareHToBaHusi (pparmeHToB J[HK

\quOBeKa. /




/Ha CETOHSAIIHUY JIEHb MPAKTUYECKH
HEBO3MOXXHO HAWTH HAYYHO-
MCCIIEOBATEIIbCKY) OPraHU3allnio, B
KOTOPOM BBIXONY CTaTbH,
auccepTanu, MOHOTpaduu HE
npeanecTBoBaia Obl padoTa B
obnactu nareHtoBanus. [lareHTom
HAa3bIBAKOT TAKOW HAYYHBIW PE3YJIbTAT,
KOTOPBIY MPUOOPEIT YUCTYIO (hOpMY
TOBapa. B CBsI3u € 3TUM OCTPO BCTAET
BOIIPOC O CAMOM TEOPETUUECKOMN
BO3MOKHOCTH JIOIYILICHUS
naTeHToBaHus reHoB. OcTpbie 1e0aThl
MEXKY YYACTHUKAMU T€HOMHBIX
UCCIICIOBAHUM MOATBEPKAAOT (PaKT
WU3MEHEHHUS MTapaAUTrMbl COBPEMEHHOM
HayKH. [ [OHSITHBI apryMEHTBI YaCTHBIX
KOMITAHW, BJIOKUBIIIUX B
MCCIIEIOBAHUS 110 TPOEKTY MHOTHE
MHJUIMOHBI JOJUIAPOB U CTPEMSIIAXCS
NOJIy4UTh IpUOBLTL. U BCE XKe,
MIaTEHTOBAHNE T€HETUYECKOU
UH(pOpMaUU UMEET Psif
MPUHIUAMUAIBHBIX OTJIMYUH.




Bo-1mepBBIX, MOXKET JI OBITH YEIOBEK aBTOPOM
TOTO, YTO HE SBISICTCS IUIOAOM €ro Tpyaa?
bonee ocTpo 3TOT BOIIPOC MOXKHO
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chopmynupoBath Tak: “KuBoit opraHusm — 3T0

boxue TBOpeHnEe (TBOPEHHE MMPUPOIBI, C
MO3UIIMHA YUYEHOT0-aTeUCTa) WITH TIJ10]T
nesitenbHoCTH GhupMbl “IlerpoB u K 0 ?
YenoBek MOXKET ObITh COOCTBEHHUKOM CBOEI0
M300pETEHUS, M MbI 3HAEM, YTO
T0OPOCOBECTHBIN TPY/I JTOJKEH OBITh
BO3HArpaXeH, HO MOXKET JIK YeJIOBEK ObITh
JepKaTeaeM MaTeHTa €Cu CyTh ero padoThl
COCTOHUT TOJILKO B OIMCAHUHU OMOJIOTHUYECKOTO
oObekTa. B otnunu ot co3garens GopMysisl
HOBOTO JICKapCTBa, BEKTOpa JIJIsI TCHHOM
WH)KCHEPUH, TEKCT IePBUIHOMN
nocienoBarenpHocTH JIHK demoBeka He ObLI
TpaHC(HOPMUPOBAH UCCIIEIOBATENIEM, OH OBLI
TOJIBKO pacuin(poBaH.
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Bnayke cymiecTtByeT 001acTh, UMEeHyeMas “‘OMOHHMKA”. ITUM TEPMUHOM 0003HAYAETCS
MPUKJIAIHOE 3HAHKE, U3yYalolee YCTPONUCTBO OMOIOTHYECKUX OOBEKTOB U BOBMOKHOCTH
MIPUMEHECHUS YCTAHOBJICHHBIX 3aKOHOMEPHOCTEHN B TEXHUKE. CaMbIM MPOCTHIM MPUMEPOM
MPUMEHEHHUS “M03aMMCTBOBAHHOIO” Y MPUPOJIBI MOKET OBITh 3aCTEXKKa-“JIUITyUYKa”, KOTOpas
KOTIMPYET MepOo NTHUIIBI C €T0 CUCTEMOM 00POIOK U 00pooueK . OJTHUM U3 CaMbIX CIIOKHBIX —
HEUPOKOMITBIOTEP, B PAOOTE KOTOPOIO MPUMEHEHBI TPUHIMIIBI (DYHKIIMOHUPOBAHUSI HEUPOHHBIX
cereil. I B TOM U B IpyTrOM Cilydae MaTeHTYETCs HE NTUYbE MTEPO U HE HEMPOHHBIE CTPYKTYPHI, A
n300peTeHne, pe3ysibTaT TBOPUECKON PadOTHI YEJIOBEUECKOTO yMa.

nuthornaz.nih /




BTopbiM apryMeHTOM, KOTOPBIM \
ONIEPUPYIOT MPOTUBHUKHU
MMAaTE€HTOBAHUS T€HOB SIBJICTCS
MOJIO’KEHUE, YTO
“kOMMEpIIHATU3ALNS IPOCKTA
«T€HOM YEJIOBEKA» HECET OMACHOCTh
OCHOBOIIOJIATAKOIIEN HAYYHON
EHHOCTHU — MPUHIUAITY
OOBEKTUBHOCTHU HAYYHOTO 3HAHUA .
JIaHHBIN TE€3UC HE HYXKIACTCS B
paciuppoBKe, XOTSI ObI TOTOMY, UTO
00BEKTUBHO HaJIMuue (PUHAHCOBOTO
(akTopa, CBA3aHHOTO C
MMaT€HTOBAHUEM T'€HOB, CMOXET
CWJIBHO 3aTOPMO3UThH JAJIbHEUIIIEEe
MPAKTUYE€CKOE MPUMEHECHUE
PE3yJBTATOB MPOEKTA MO
KapTUPOBAHUIO TEHOMA.




/Ha CETOIHSIITHUN MOMEHT OOJIBIIIMHCTBO
CIIEIUAIMCTOB  MPHUJCPKUBACTCA  KOHCEPBATUBHOM
MO3UIINU [0 OTHOIIEHUIO K MPOLEAYpe NaTCeHTOBAHUS
reHoB. “Urto co3maHo mpupoaorm u borom, HE MOXKET
IIAaTCHTOBATHCS YEJTOBEKOM  — CUMUTAIOT OHHM.
OOcyxaeHue BOMPOCOB OHOITHKM, CBA3aHHBIX C
HCCIICIOBAHUEM 4YEJIOBEYECKOIr0 I'€HOMa OTJIMYaAeTCS
OCTPOTOM. DTO CHPABEIJIMBO OTMETHI aKaJIeMUK A.A.
baeB, «..r€eHOM 4YeJIOBEKa — 3TO YK€ HE TOJBKO
dbyHIaMeHTallbHAsl Hay4yHas MpoosieMa, HO U KPYITHOE
COllMalbHOE SBJICHHME, Kak (UHAHCOBOE, TaK M
MPOM3BOJACTBEHHOE. M3ydyeHne TreHomMa JOCTUIIO
TaKOI'O COCTOSIHMS, 4TO U I'YMaHUTApHH,
3aHUMAKoIIUeCcs BompocamMu (puiocohuu, COIUOIOTHH,
npaBa, HM PpEIMTHO3HBIE JCATENIH, HM  BOOOIIE
OOIIIECTBEHHOCTh  JOJDKHBI, HAKOHEIl, BIUIOTHYIO
3aHATHCS BOIPOCAMH OMOATHUKI.




bypHOoe pa3BuTHE HAayKu U TEXHOJOTHUU B XX\
BEKC U TPUBEIO K TOMY, 4YTO Hayka H, B
JaCTHOCTH, OMOJOTHS W MEIUIIMHA TOJTy4usia
KOJIOCCAJTbHBIE BO3MOYKHOCTH BMEIIMBATHCS B
CYIIIECTBOBAaHUE OHMOJIOTUYECKUX OOBEKTOB H
YyeloBeKa.  OJTO  MO3BOJWJIO  Hapsay  C
HaJICKTaMH BBICKA3aTh W OTMACEHUs, CBI3AHHBIC
C TPaHMUIIAMU JOIMYCTUMOTO MAHUITYJIUPOBAHUS
OMOJIOTMYECKUMHU  TPOIECcCaMH,  OCOOEHHO
UMEIOIIMMH OTHOIIIEHWE K JIoAsiM. B kauecTse
(GOpMBI TAaKOTO TPEAYNPEAUTEIIBHOTO 3HAHUS
MOXKHO Ha CETOJHSAIIHUMA JIeHb paccMaTpuUBaTh
OHO3TUKY.




