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INTERNATIONAL HUMAN
GENOME PROJECT

V. N. SOYFER

The International Human
Genome Project is one of
the most ambitious, costly
and potentially  useful
projects in the history of
science. The progress in
the fulfillment of this
project was so quick that in
October 1998 it was real-
ized that the primary draft
of the whole DNA sequence
will be completed by 2001.
This project will help to
understand the principles
of development of human
organisms, genetic basis of
many hereditary diseases,
and mechanisms of aging.

MexagyHapogHbIi  MPOeKT
‘TeHom 4enoBeka” — oguH
u3 Hauborsiee [ep3HOBEH-
HbIX, JOPOroCcTOSILYUX N MO~
TeHUMasibHO Ba)XKHbIX MpPoO-
€KTOB B MCTOPUU HaYKU.
Ycnexu B  BbINONIHEHUU
npoeKTa oKa3asiucb Becbma
3Ha4YnTesIbHbIMWU, N B OK-
T6pe 1998 roga 6bi1o
06bsIBJIEHO, 4YTO MepBbIA
rpybbii BapuaHT MOJIHOM
nocriegqoBaTesibHOCTU HyK-
neorugos B [JHK yenoBeka
6yger nonyyeH k 2001 ro-
Ay- 9to nos3sonut nyyuwe
MOHATb MPUHUMWIMbI pPa3Bu-
TUSI opraHuM3Ma 4YeJsioBeka,
reHeTuyeckme npUYNHbI
MHOrnx HacriefCTBeHHbIX
6onesHei U MexaHU3Mbl
cTapeHus.

MEXAYHAPOAHbIH MPOEKT
“FEHOM MEJIOBEKA"

B. H. COM®EP

YHusepcutet um. [Jxopgxa MevicoHa, Davipghakc,
Buprununs, CLUA

...He HyXHO 6bITb 6ECNOYBEHHBIM ONTUMMUCTOM, YTO-
Obl BEPUTL, H4TO Yepes NATbAECAT NeT “Ononornyec-
KU Koa” — xumMmn4deckas 3amdpoBka HaCcneacTBeH-
HbIX CBONCTB — OyAeT paclumdpoBaH U NPOYnTaH.

C 3TOro MOMEHTa 4YesioBek CTaHET MOJIHbIM BnacTe-
JINHOM XWBOW MaTepUMN...

B.A. SHrensrapar. «<Komcomonbckas npasga»,
9 mions1 1957 rona

CKOJIbKO N'EHOB
B YEJIOBEYECKOM OPrAHU3ME

B simpe Kaxmoii coMaTU4eCKOM KJIETKH YeJI0BeKa Co-
nepxutcs 23 mapbel xpoMocoM. Ha kaxmnyio 13 HUX TIpH-
xomuTcst 1o ogHou Monekyae JJHK. IvHa Bcex 46 Mo-
JIEKYJT B OTHOM KJIETKe TeJia YeJIoBeKa paBHa ITOYTH 2 M,
a eclii y4ecTb, YTO TeJIO B3POCJIOro YeJoBeKa COCTaB-
JeHo mpuMepHo u3 5 010" xkireTok, To o6wmas LInHa
mosteky1 JJHK B opranusme gocturder 1 (10 M, uiu
1 (10" KM, 4TO B THICSYM Pa3 IPEBBIILAET PACCTOSHUE OT
3emnu no ComHiia.

Ho BepHeMcs K onHoit kieTke. Bo Bcex Mmoneky-
nax JHK onnHoO4YHOI KJIETKU YeJloBeKa COMePKUTCS
3,2 muipa map HykjeoTumoB. KaXnblit HyKJI€OTH CO-
CTOUT U3 MATUYTJIEPOAHOTO caxapa, dhochaTHOM TpyI-
bl U a30TUCTOrO ocHoBaHUs1. Caxapa u ochartbl oau-
HaKOBBI BO BCEX HYKJIEOTHUIAX, 4 CMBIC] HYKJIEOTUIaM
npuaalT ocHoBaHMs, KoTopblx B JIHK yetsipe Tuma.
Takum 006pa3oM, S3bIK TEHETUYECKUX 3arUCeil YeThl-
pexOyKBEHHBII, 1 €CJIM OTHO OCHOBAHUE MPEACTABISIET
coboit ogHy OyKBY HACJEACTBEHHOW 3aIlluMcu, TO OT-
NEJIbHBIMU CJIOBAMM MOXHO Ha3BaThb T€HETUYECKYIO
“H(OpMaLIO O TOPSIAKE AMUHOKUCIIOT B KOIMPYEMBIX
reHaMmu Gesnkax. KpoMe KOIMpOBKM cocTaBa OElIKOB B
TeHOME 3alMCcaHbl, KOHEYHO, ApYrue pa3zHoOOpa3HbIe
cBeneHnst. MoxHO cka3atb, yto IIpupoma (1mbo B pe-
3yJibTaTe 3BOJIIOLIMU, MO0 B corjacuu ¢ boxbsum mnpo-
MbIciioM) 3akonupoBasia B JJHK uHCTpyKuumu o ToM,
Kak KJIETKaM BbIXUBATh, KaK pearnpoBaTh Ha BHEITHUE
BO3IENUCTBUS, KaK JOJKHO MPOUCXOIUTh Pa3BUTUE Te-
Jla, KaK cTapeeT OpraHu3M, MpeloTBpauiaeT MOJOMKU
Pa3JIMYHbBIX YacTel KJIETOK U MHOXECTBO IPYTUX CBeJe-
Huii. JIro6ast moJloMKa reHHbIX MHCTPYKIIUIA BEET K My-
TalMsIM, 1 €CJTM OHU CITY4alOTCs B TEHEPAaTUBHbBIX KJIET-
Kax — CIepMaTo30uaax Win SiuleKeTKax, TO MyTalluu
repesalTcs CAeAYIOUIMM TOKOJEHUSIM. OTO MOXET
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IIOCTaBUTh B PUCKOBAHHOC ITOJIOXKEHHE CaMO CYIICCT-
BOBAaHME IAHHOTO BI/I,HS_l .

3a cioBaMu 0 3 MJIpA Map OCHOBAaHWA 3pUMO He
BUIHO, YTO K€ 3TO Takoe. [iuranTckuit oobeM MHMOP-
MallMy, coaepXKallelicsi B TeHOMe 4eJIOBeKa, JIydIlle
BCET0 WIIIOCTPUPYET CIECAYIOIINI IPUMED: €CJIN Harle-
yaTtaTh MeJbYalIIUM IIpUPTOM TenedOHHbIE KHUTH,
TO 4YTOOBI BHeCTH B HMX Bce 3Haku u3 JHK omHoii-
€IMHCTBEHHOI KJIETKM, TOHAZO00OMUTCSI OTIeYaTraTh Thl-
CSI9y THICSTYECTPAHUYHBIX TeJIe(hOHHBIX KHUT!

CKOJIbKO K€ BCETO TeHOB, TO €CTh MOCIEA0BATE b~
HOCTel, KOOUPYIOIINX OEJIKU, UMEETCS B COCTaBe de-
noseuyeckoil JIHK? Toma Tpu Ha3zanm Ha3eBaau nudpy
100 ThIC., 3aTeM 80 ThIC. B KOHI1IE 1998 roga crenyanu-
CTBI MO0 OMOMH(OPMATUKE HAYATN CKIOHATHCS K MBIC-
JIM, 9TO Ha CaMOM JieJie HYXHBI 6oJiee OCTOPOKHEIE
OLIEHKM U YTO B T€HOME YeJOBeKa MOXET OKa3aThCs
50—60 TbIC. reHOB. BaxkHO MOAYEPKHYTh, YTO HA UX J0-
JTIO TIPUXOIUTCS TOJbKO 3% obmeit wmmHb JJHK geno-
Beka. MYHKIIMOHAIbHAS POJIb OCTATLHBIX 97% ocTaeT-
Cs1 TIOKA HETIOHSITHOM.

YTO TAKOE NPOEKT “rEHOM YENIOBEKA”

Ienb mpoekTa 3aKo4aeTcs B BhISICHEHUM TIOCTIE-
JIOBaTeJIbHOCTU OCHOBaHMIA BO Bcex Mojiekyaax JJTHK B
KJIeTKax yejoBeka. OJHOBPEMEHHO J0JIKHA ObITh yCTa-
HOBJICHA JIOKaJU3alusl BCeX TEHOB, YTO MOMOIJIO OBl
BBISICHUTB TTPUYMHBI HACJENCTBEHHBIX 3a001eBaHUI U
9TUM OTKPBITh MYTU K WX JiedeHHUio. B BbImosHeHUU
MpoeKTa 3adeiCTBOBAHO HECKOJbKO THICIY YUYEHBIX,
CTEIMATU3UPYIOIIUXCS B OMOJIOTUM, XUMUM, MaTe-
MaTuke, GU3UKe U TEXHUKE. DTO OAUH M3 CAMBIX 10-
POTOCTOSIIIUX HAYYHBIX MPOEKTOB B UCTOPUU LIUBU-
muzanuu. B 1990 rogy Ha u3yyeHue TeHOMOB OBLIO
motpadeHo 60 MJTH noyapos, B 1991 romy — 135 mutH,
B 1992—1995 romax exeromHo BBIIEISIOCH OT 165 mo
187 mutH mosapoB, a B 1996—1998 romax toasko CIIIA
pacxomoBaym 200, 225 u 253 MJIH HOJIJIApOB €KETOHO.

OO0 uHTepece K IOJYyYEeHHBIM B XOIE peaau3aluu
MpoeKTa pe3ybTaTaM TOBOPUT Takoi (akT: Ha cero-
THSIITHUI IeHb CAMBIMU LIMTUPYEMBIMU aBTOpAMU BO
Bcex obsacTsix Hayku ctanu Mapk Anamc u Kpaiir Ben-
tep. [lepBolii — Bemymuii cotrpynHuK MHcTUTyTA Te-
HOMHBIX McciaenoBaHuil B mrtatre Mapuienn (CIHA),
YaCTHOM HCCIIeOBATEeIbCKOI KOMITAHWHU, 3aHMMalo-
1LIEICsl UCKJTIOUMTENIbHO paboTaMu B 00J1aCTH KapTUPO-

"Cpenu cucreM, 0GecrieunBaIOLIMX HOPMAILHOE (BYHKIIMO-
HUpOBaHUE reHOMa, BaxKHeHIIasi poib TPUHAIEKHUT CUCTe-
Me TeHOB Tak HazbiBaeMoii penapaiuu JIHK [2]. Onnako ata
cucTeMa He MOXeT BbUIeUnTh cooctBeHHYI0 JAHK, ecmu unc-
Jio BosHukamowux B JIHK nospexneHnit mpeBbICUT HEKOTO-
poe noporoBoe 3HaueHue. [103ToMy cpeay BHEITHUX TPUYNH
BBIMUPAHMSI T€X WJIM MHBIX BUAOB (IMHO3aBPOB, HANPUMED)
Moria ObITh M Takasi MPUYMHA, KaK BO3HMKHOBEHME 3arpe-
JIeJIbHOTO YMCJia MyTaluid, KOTOpble OpraHu3Mbl ObUIM He-
CITOCOOHBI YCTPAHUTh U3 TEHOMA KJIETOK, YTO MPUBEJIO K TH-
0eJIu IMHO3aBPOB U MHOTHUE APYTUE BUIIBI.

COVI®GEP B.H. MEXXAYHAPOAHbIN MPOEKT “rEHOM YENOBEKA”

BaHMs TeHOMa 4YeJIoBeKa, a BTOPOH — JTUPEKTOP 3TOTO
WHCTUTYTA.

OCHOBHbIE LUEJA NMPOEKTA
“rEHOM YEJIOBEKA”

YToOBI IOCIea0BaTeIbHO MPUOIMKATHCS K pellle-
HUIO MPOOJIeMbl KAPTUPOBAHUSI TEHOB YeJIOBeKa, ObLIO
chopMyTMpOBaHO TSATH OCHOBHBIX Iieneit: 1) 3aBep-
IIUTh COCTaBJIEHUE NEeTaTbHON TeHETMUECKOM KapThl,
Ha KOTOpO ObUIM OBl IMOMEYEHBI I'€HBbI, OTCTOSIIINE
YT OT JApyra Ha pacCTOSIHMM, HE TPeBBIIIAIONIEM B
cpenHeM 2 MJTH ocHoBaHM# (1 MJTH OCHOBaHM A TIPUHSI -
TO Ha3pIBaThb 1 Merabasa, cokpaileHHO MO, OT aHII.
cJioBa base — OCHOBaHME), 2) COCTaBUThb (DU3NYECKUE
KapThl Kaxmaoi xpomocombl (paspemeHue 0,1 M0),
3) MoJTyYuTh KapTy BCETO TeHOMA B BUJIE OXapaKTepU30-
BaHHBIX 110 OTAEJTBHOCTH KJIOHOB (5 THIC. OCHOBaHUI B
KJI0He, uiu 5 kunobas, Ko), 4) zaBepiuuts K 2004 romy
nojHoe cekBeHupoBaHue JJHK (paspemenue 1 ocHo-
BaHWE) M S5) HAHECTU Ha TOJHOCTHIO 3aBEpIIEHHYIO
CEKBEHCOBYIO KapTy Bce reHbI ueioBeka (K 2005 romy).
Oxunanoch, YTo, KOraa Bce yKazaHHbIE LIeJId OYIyT 10-
CTUTHYTHI, UCCJICTOBATEIN OTIPEIEIST Bce DYHKIIUM Te-
HOB ¥ pa3padoTaoT METOIbI OMOJIOTMIECKOTO U MEIH -
IIMHCKOTO TIPUMEHEHUS TTOTYYEeHHBIX TaHHBIX.

TPU TUNA KAPT XPOMOCOM

B xoze mpoekTa co3maloT Mociaea0oBaTeIbHO TPU TH-
1a KapT XpOMOCOM: TeHeTUYeCKue, GU3nIecKre 1 ceK-
BEHCOBBIE (OT aHIJI. CJIOBa sequence — Mocjea0BaTe/Ib-
HOCTb). BBIsIBIIeHMe BceX T€HOB, MPUCYTCTBYIONIUX B
TreHOMe YeJIOBeKa, M YCTAaHOBJIEHUE XOTS Obl TpUMEp-
HOT'O PACCTOSIHUSI MEXAY HMUMU TO3BOJISIT JIOKAJIU30-
BaTh KaXIbIil TeH B XpoMocoMax. Takue eeHemuueckue
KapThl TTOMUMO WHBEHTApU3alluy TeHOB W YKa3aHMS
MeCTa MX PacIoJIOKEHUSI OTBETAT Ha MCKIIOYUTETLHO
BaXXKHBIA BOIPOC O BOBJIEYEHHOCTU F€HOB B 0Opa3oBa-
HUE OTHE/bHBIX TTPU3HAKOB OopraHu3Mma. Benb MHOTHE
TIpU3HAKKU (DOPMUPYIOTCS TTOA KOHTPOJIEM HECKOJIbKUX
TeHOB, YaCTO PACIIOJIOXEHHBIX B Pa3HBIX XpOMOCOMaX,
U 3HaHME JIOKATU3alMU KaXI0T0 U3 HUX OyaeT crnoco0-
CTBOBATH JIy4IlIeMy paclo3HaBaHUIO 3aKOHOB nudde-
PEHIIMPOBKY KJIETOK, OPTAaHOB M TKaHEM, a TaKXe JIyd-
LIeMy JIeUeHUIO 00JIe3HE.

B 20-e 1 30-e rogsr XX cToseTust, KOraa co3aaBain
XPOMOCOMHYIO TEOpMIO HACJICACTBEHHOCTH, BBISICHE-
HHUE MOJIOXKEHUS KaxKJOro I'eHa IMOMOIVIO HAaHEeCTH Ha
TeHEeTUYECKUEe KapThl CHauyaja Ipo30(uibl, 3aTeM Ky-
KYypy3bl, a MOCJIe 3TOr0 M APYTUX BUIOB HOBBIC TOUKH,
KaK Toraa TOBOPWJIN, “TeHeTUYeCKHe MapKephl” Xpo-
MocoM. YMCTO TeHEeTMUYECKMil aHalIu3 JIOKAJIU3alluKh
MapKepoB BIOJIb XPOMOCOM ITOMOTaJI HACHIIIATh F'eHe-
TUYECKHE KapThl XPOMOCOM YeJIoBeKa HOBBIMM CBele-
Husimu. [lepBbie TaHHBIE O MOJIOXEHUU TEHOB TOSIBU -
mch eme g0 1968 roma. 3aTeM 3HaHMS HapacTalld
JIaBUHOOOpPa3HO, M B HAcCTosIee BpeMsl NPUMEPHOE
MOJIOXKEHUE HAMIEHO yXe Ui HeCKOJIbKUX NECSITKOB
TBICSTY TeHOB. 1pu roga Has3alg CTeNeHb U3Yy4eHHOCTU
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MOJIOKEHHUSI TeHOB OblIa TaKOBa, YTO B CPEITHEM pac-
CTOSTHUE MEXIY IBYMs M3y4eHHBIMU T€HaMM COCTaB-
J151710 0KoJio 10 M6 (roBopsT, UTO pa3pellieHre Ha 3TOM
kapte gocturio 10 M6). JIj1st HEKOTOPBIX Y4aCTKOB Obl-
JIO JOCTUTHYTO pa3pelieHue 1o 5 Mo.

Bropoii TN KapT — 3T0 gu3uveckue KapThl XpOMO-
com. Eme B 60-e rogsl IUTOTEeHETUKN MCTIOIb30BaTN
METOJbI OKPAIIMBAHUS XPOMOCOM JUISI BBISIBJICHUS TaK
Ha3bIBaeMbIX 09HIOB (MOMEPEUYHBIX MOJOCOK) Ha XpO-
MocoMax. [Togockl MOXXHO ObLTO (PU3UUECKU 3aMETUTh
B MUKPOCKOII. YCTaHOBJICHUE COOTBETCTBUS ITOJOC U
TeHOB JaJI0 BO3MOXXHOCTh BHECTU B U3yYeHUE XPOMO-
COM HOBbIE IeTayid. 3aTeM ObLIM pa3paboTaHbl METO/IbI,
MO3BOJIMBIINE (GDU3NYECKHU CIEAUTH 3a TIPUCOEAMHEHN -
€M KOPOTKHMX OTPE3KOB PaJMOaKTUBHO-MEUYEHBIX WU
dayopecueHTHO-MeueHbIX JIHK k xpomocomuoit JIHK.
Jlokanuzaiusi 3TMX METOK IOBbICWJIA pa3pelleHue
CTPYKTYpPBI XpoMOCOM. M croib30BaHKME METOIa TaK Ha-
3pIBaeMOM (DIIYOPECLEHTHOM in situ TUOpUOW3AIUU
(FISH-MeTom) nano BO3MOXHOCTb JOCTUYb pa3pelle-
Hus oT 2 10 5 M0, a MOTOM TMOBBICUTh €ro (MpU U3yde-
HUU XpOMOCOM aensiuxcs Kiaetok) go 100 Ko6. B 70-x
romax Hayumiuch paspesarsb JJHK Ha ygacTtku pepmeH-
TaMU, Y3HAIOIIMMU KOPOTEHbKUE OTPE3KU, B KOTOPBIX
uHdbopMalMs 3amnucaHa B BUIE MaJTUHIPOMOB (Iepe-
BEPTHIIIIET), YUTAEMbBIX OMMHAKOBO B 00OMX HaIpaBJie-
HUSIX: C Havajia 10 KOHIIA M ¢ KOHIIA 0 Havaja. DTu
¢depMeHTHl ObLIM Ha3BaHBI peCTpUKUMOHHBIMU [3]. C
HX TOMOUIBIO MOCTPOWIIM TaK Ha3bIBaEMbIE PECTPUKIIU-
OHHbIe (DU3MYECKHME KapThl, B KOPOTKUI CPOK OBbLIN
pa3paboTaHbl Opyrue GU3NIecKre U XUMUIECKHe Me-
TONBI, TPUBEIIINE K YBEJIMUEHUIO CTETIEHU pa3pelie-
HUST GU3NYECKUX KapT B COTHU pas.

Hakonen, pa3zpaboTka METOJOB U3YYEHUS] TOYHBIX
nocienoBarenbHocTeil HykieotunoB B JJHK, unu me-
TOIOB CEKBEHUPOBAHUsI, OTKpbLJIA IMYTh K CO3AaHUIO
CeKBeHCO8bIX KapT, Ha KOTOPBIX CTENEHb Pa3pelieHust
JIOBeIcHa O CBOEr0 MaKCUMaJIbHOIO 3HAYEHWS: Ha
9TUX KapTax JOJDKHO OBITh YKa3aHO TTOJIOXEHHME BCeX
aykiaeotunoB B JTHK.

AOBA NMoaxodA K KAPTUPOBAHUIO TEHOMOB

Yucao XpoMOCOM UM MX JUIMHA Pa3INYHbI Y Pa3HbIX
OMoJIOrMYeCcKuX BUI0B. B 6akTepralbHbIX KJIETKaX €CTh
OllHa XpOMOCOMa, HarpuMmep: y bakrepuu Mycoplasma
genitalium renHom nmeet pazmep 580 KO (B HeM 3akonu-
poBaHO 470 reHOB), y OaKTepUM KMIIEYHOI MaJI0UYKU
(Escherichia coli) reHoM coctout u3 4,2 M6 (4200 re-
HOB), Y pacteHust Arabidopsis thaliana — cOOTBETCTBEH-
Ho 100 M6 u 25 ThIC. TeHOB, y TUIOA0BOI MyIIKU Droso-
phila melanogaster — 120 M6 u 10 TbiC. reHOB. Y MbIIIU
u yenoBeka JJHK Hecer mpumepHO 1o 3 MJIpa oCHOBa-
HUI U COAEPKUT MPEANONoXUTeNbHO 50—60 ThHIC. Te-
HOB. KoHe4YHoO, /15T KapTUPOBaHUSI CTOJIb Pa3HBIX TEHO-
MOB HeJIb3sl B MPUHLIMIE MPUMEHUTb OTHU U TE Xe
MeTonbl. [1o3ToMy ObUIM MpeasioKeHbI 1Ba KapAuHaIb-
HO pa3nyarollmXxcs o METOJA0JOTUY MOAX0Aa, UX yC-
JIOBHO Ha3zBaiu “cBepxy BHM3” U “cHu3y BBepx”. [lep-
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BBIH, Korga HauynHaiau padorty co Bcer JJHK cpasy u
1 BHU3 (pa3pe3anu renomuyio JIHK Ha HeOombIoe
YUCJI0 KYCKOB M aHAJTM3UPOBAJIM UX 110 OTAETBHOCTH, a
3aTeM BOCCO3[aBaIM BCIO HAYAJIbHYIO CTPYKTYPY), C yC-
TeXOM TTPUMEHUJIN JUISI TeHETUYECKOTO KapTUPOBaHUS
MaJIbIX TT0 pa3Mepy TeHOMOB. BTopoii momxom ctanu uc-
OJTb30BaTh IJIS1 IJTMHHBIX TEHOMOB. B mocnenHem ciy-
yae Hesb3s Obulo HanesATbes B3sTh Bclo JJHK u Hape-
3aTh €€ Ha HeOOJIbIIIOe YHUCIO KycKoB. Ynciio ux obL10
ObI CTOJTb GOJIBIIIMM, YTO MyTaHUIIA B IMOCIEI0OBATETb-
HOCTSIX ObU1a OBl Hepa3pemumoii. [loaTomy numm cHu3y
BBEpX: CHayaja CEKBEHMpPOBaIM KakK MOXHO Oosee
IUJIMHHBIE, MPOU3BOJBHO BBbIOpAHHBIE KYCKH, 3aTeM
TIPYKITaJBIBAIIN UX APYT K APYTY B HaIEXK e HAWTH Tepe-
KpbIBaloIiecst KOHIIeBbIe y9acTKU. Kak TolIbKo Haxo-
JIAJTY TIEPEKPBITHE, KYCKU O0BEMHSIIA B ONMH (€ro Ha-
3pIBaJIM KOHTUT). C NpUMEHEHUEM KOMIBIOTEPHBIX U
MaTeMaTUYeCKUX METOJOB UCKAJIU ITePeKPhITHE BCe 60-
Jiee KPYITHBIX KOHTUTOB M TIOCTETIEHHO IIUTM BBEPX BbI-
e W BbIllle. DTy CTpaTeruio, B YaCTHOCTH, YCIIELIHO
TMPUMEHWIIH TSI 3-i1 XpOMOCOMBI APO30UITBI.

KPATKUA AHANN3 OCHOBHbIX TEXHUYECKUX
noaxoAoB K KAPTUPOBAHMIO TEHOMOB

BaxHast cocTtaBisioiiasi mpoekra “IeHoM 4yesioBe-
Ka” — 3TO pa3paboTKa MHOXECTBAa HOBBIX, KaK JIIOOSIT
TOBOPUTD KYPHATUCTHI, PEBOJIOIIMOHUZUPYIOLIMX Me-
TONOB HcciiefoBaHUi. Pa3BuThbie ellle 10 Hayaua Bbl-
MMOJTHEHUsI MPOeKTa METOAbl (MX Ha3BaJuM METOJaMU
MEepBOro0 MOKOJEHMS) BKJIIOYAIM TPUMEHEHUE pecT-
PUKIIMOHHBIX (hPEPMEHTOB; CO3JaHUE TUOPUAHBIX MO-
JIEKYJ, UX KJIOHMpoBaHue U nepeHoc yyacTtkoB JIHK ¢
TTOMOILIbIO BEKTOPOB B KJIETKH-JIOHOPHI (Yallle BCero B
KJIETKU KUILIEYHOM Majiouku, E. coli v ApoxoKeBbie KIeT-
KW; MHOTIAa 3TOT MPOLECC Ha3bIBAIOT aMILIM(UKaluei
reHoB in vivo); cunte3 JIHK Ha MaTpuiiax muHGopManm-
onHoit PHK (cIHK-cuHTE3); MeTonbl ceKBeHHUpOBa-
HUSI TEHOB; MOJyYeHNe MPaKTUIeCKH HeOrpaHUYeHHO-
rO KOJINYECTBa KOMUii reHOB ¢ nomoiibio PCR-mammH
(ammmucdukanusa ydactkoB JHK in vitro); metompl,
npenHa3HavYeHHbIe 11 pasaeneHust Mojekya JHK mo
TUTOTHOCTH, Macce, pa3JInuHON BTOPUYHOMN CTPYKTYype.

B mocnegnue 4—5 net, UICKIIOYUTEIBHO OJarogaps
npoekry “IeHoM yenoBeka”, ObLIM pa3BUThI HOBBIE M-
ToAbl (TaK HA3bIBAEMOTO BTOPOTO IOKOJIEHUS), KOTO-
pbIe BKJTIOYAIOT KaK TJIaBHbIIl KOMITOHEHT aBTOMAaTH3a-
110 OOJBIIMHCTBA IIpoleccoB (Tabma. 1). [Touemy 3T0
HampaBJieHHe cTajlo LeHTpabHbIM? CaMast MaJeHbKast
XpoMocoMa KJeTok yesioBeka comepxut JHK mmu-
Hoit 50 M6, camast 6osbiast (xpomocoma 1) — IIMHOM
250 M6. Ipu cymecTBoBaBImMX 10 1996 roma MeTomax
caMmblii 6osbinoi yyactok JIHK, Beimensiembiit mpemna-
paTUBHO U3 XpOMOCOM, ume JTuHYy 350 ThIC. OCHOBa-
HUI, ¥ HA CaMOM JIydIlieM 000pYyIO0BaHUY MOXKHO OBLIO
cexBeHUpoBaTh oT 50 1o 100 K6 B rom mpu ctouMocTu
1—2 nosnapa 3a ocHoBaHue. C TaKol CKOPOCThIO MOX-
HO OBLIIO OXXWIATh 3aBepUICHUST paOOTHI IO MOJTHOMY
cexBeHupoBanuto JIHK yenoseka 3a 30 Thic. nHei
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Ta6muua 1. ABTroMaTU3MpOBaHHBIE METO/IBI aHATM3a TTocienoBareabHocTel JIHK (MeToabpl cekBeHCOBOTO aHanm3a), pa3paboTaH-
HbIe B paMKax IpoekTa “IeHoMm yenoBeka”

CeKBEHCOBbBIE TEXHOJIOTUU BTOPOIO IMOKOJICHUS

CeKBEHCOBbBIE TEXHOJIOTUU TPETHEI0O MOKOJICHUS

BbICOKOBOJIBTHBIN KalTWJUISIPHBINA 2JIEKTpodhope3

VIAbTpaTOHKMI1 BHICOKOBOJIBTHBIN 3J1eKTpodope3

YckopeHHoe (hi1yopeclieHTHOE IeTEKTUPOBAHKE OTAEIbHBIX MEYEHBIX OCHOBA-
HUU B IPOTOYHBIX HUTOGDOTOMETPAX

[psimoe uTeHue ocHoBaHUit B ocienoBaTeabHocTsIx JHK ¢ ucrnonbp3oBannem
CKaHUPYIOLIUX TYHHEJbHBIX MUKPOCKOIOB MJIM MUKPOCKOIIOB, pabOTaIOIIMX
Ha ypOBHE aTOMHOTO ¥ CyGATOMHOTO pa3penieHUi

Pe3oHaHcHasi MOHM3AaLIMOHHAS CIICKTPOCKOIINA, y.]'[y‘-IHJeHHBIC METOAbI MPAMOIo MaCC-CIIEKTPOMETPHUYCCKOTO aHaIn3a HHK-
np€aHasHaA4YCHHadA IJId ACTEKTUPOBAHMA METOK,| OBBIX TMOCAea0BaTEIbHOCTEN

CO3JaHHBIX C TOMOUIBIO CTAOUIIBHBIX U30TOIOB

CekBEeHUPOBaHUE TyTeM TMOPUAM3AIMU U3Y4aeMbIX BBICOKOMOJIEKYJISPHBIX
otpe3koB JIHK ¢ manensimu (JIHK-ynmamu) KOpoTKUX OTPE3KOB HYKJIEOTUIOB

HETPePBIBHOI pabOThI MPU CTOMMOCTU TOJBKO CEKBE-
HupoBaHUs (0e3 yyeTa BCceX OCTaJIbHBIX OIepaluii mo
BeIeneHno u oopadorke JJIHK mo cekBeHmpoBaHUsT)
3 MJIpI TOJUIApOB.

Vinyumrenue K Hauaimy 1998 roma TeXHOJIOTMH ITO3BO-
W10 akKypaTtHo cekBeHupoBaTh 100 K6 B geHb mipu
CTOMMOCTH OKOJIO TIOJyIoJIIapa 3a OCHOBaHUe. Takum
obpasoMm, 3a rofl, ecjiu padboTaTh 0€3 BBIXOJIHBIX, MOKHO
y3HaBaTh nocyenosareabHoctr JIHK mmmnHoit 36,5 M6.
OxumaeTcs, 4To pa3paboTKa HOBBIX 3JIEKTpOMEXaHHU-
YECKUX YCTPOMCTB, KOTOPbIE K TOMY Xe TpeboBaiu
Obl MEHbIlIe PEaKTUBOB, MO3BOJUT YK€ K cepeluHe
1999 rona 1oCTUYb MSATUKPATHOTO YCKOPEHMST pabOTHI,
a k 2003 rogy MoxHO OyneT cekBeHupoBaTh 1o 500 Mo
B TOJI IPY CTOMMOCTH 25 IIEGHTOB 3a OCHOBaHUe (115 ye-
snopeveckoit JIHK 3Ta cTrorMocTh OyAeT 3HAaYMUTEIbHO
MEHBIIIE).

BAHKWU OAHHbIX O TEHOME YEJIOBEKA

B pesynbrate nmpoBeAeHHON pabOThl 3a MOCIEAHUE
IIECTh JIET OBUTA CO3IaHbl MOIITHEHUIINE MEXTyHAPOI-
Hble OaHKM JaHHBIX O MOCIEI0BATEILHOCTIX HYKJIEO-
aamoB B JHK pasHbIx opraHu3moB (Takue, Kak
GenBank/EMBL/DDBJ) u o nocienoBaTelbHOCTSIX
amuHokucyoT B 6enkax (PIR/SwissPot). JIto6oii crie-
LIMAJIMCT B MUPE MOXET IMPaKTUYECKH OeCIpernsTCT-
BEHHO BOWTHU B 9TU OaHKM JaHHBIX U BOCMOJIb30BaThCS
JUISL UCCIeNOBATEeIbCKUX LieJiell cOOpaHHOM TaM WH-
dopmanueir. Pemrerne o mocTymHOCTH MHMOpPMALIUKI
He OBLIO MIPUHSATO cpa3y, U NOoTpedoBaiach 3HAUUTEIb-
Has paboTa KakK y4yeHbIX, TaK IOPUCTOB U 3aKOHOJa-
TeJieil, YTOObl BOCTIPETSITCTBOBATh MEPBOHAYAIBHOMY
JKEJTaHUI0 MHOTUX (UPM, OCOOEHHO KOMMEPYECKUX,
MaTeHTOBaTh BCe IOJydaeMble TOCJIEI0BATEIbHOCTU
TEHOB, 3aKPbITh WX IJISI TOCTYIAa U KOMMEPLMAIU3UPO-
BaTh 3Ty HAy4YHYIO 00J1aCTh.

KPATKASAA XAPAKTEPUCTUKA PE3YJIbTATOB
BbINMONHEHUA NPOrPAMMbI

OpraHu3msl ¢ NOJHOCTbI0 CEKBEHHPOBAHHBIMH F€HO-
MaMmu. PellleHue cHayvasia 6oJjiee MPOCTBIX 3a1ay ¢ MO-
CTENEeHHBIM MX YCJIOXHEHHEM, 00yYeHEeM MepcoHaia,
pa3paboTKoOit Bce OoJice COBEPIIEHHBIX TEXHOJIOTHUI —

COVI®EP B.H. MEXXAYHAPOAHbIN MPOEKT “rEHOM YENOBEKA”

TakKuM ObLT MyTh McclenoBaTesieil, MPUCTYMUBIINX K
pa3paboTke nmpobeMbl reHoMa uesioBeka. [epBoit Kpyri-
HOI BEXOi1 CTaJIo MOJIHOE KapTrpoBaHue B 1995 roay re-
HoMa 6akrepuu Hemophilus influenzae. B 1996 romy Gbi-
J10 3aKoHYeHO KapTrupoBaHue JJHK npoxckeBoit KieTku
(12,5 M6, 6 ThIC. TeHOB), B cepeanHe aekadps 1998 rona
OBbLT TIOJTHOCTBIO KapTUPOBAaH T€HOM KPYTJIOTO YepBS
Caenorhabditis elegans (97 M6 u 19 099 reHos, uto co-
crapjser ot 1/3 no 1/4 ob11ero yrciia reHOB YeI0BeKa).
OCHOBHBIE PE3YyJIbTaThl, TOJYYEHHBbIE MEXIyHapO.-
HBIM KOJIJICKTUBOM YYEHBIX, OITyOJIMKOBaHBI B SKypHaJIe
“Science” (1998. Vol. 282, Ne 5396. Pp. 2012—-2042).

N3yuyennbie rensl yeaoseka. C stuapst 1995 no siHBa-
ps 1996 rona nuHa yyactkoB JIHK yenmoBeka, mist Ko-
TOPBIX OblJIa YCTAHOBJIEHA IIOJTHAsI TIOCEMOBATEIb-
HOCTb OCHOBaHMI, yBeaumuuiaach moutu B 10 pa3. Ho
XOTsl Tporpecc ObLI HAaJWIO, OJHAKO BCE, YTO OBLIO
CIIEJIAHO 3a TOJi, COCTaBJISIO MEHEE OJHOW THICAYHOW
MPOIICHTa YeJloBeYecKoro reHoma. Ho yxe K wurofio
1998 roga ObUIO CeKBEHMPOBaHO MOYTH 9% BCero re-
HoMma (puc. 1), a 3aTeM KaxXablil Mecs1l MPUHOCUJ HO-
BbIe 3aMeyaTesibHble pe3ynbTaThl. [lapamienbHo u3y-
yyin 00JIpIIoe YKciae Konui reHoB B Bune c/IHK, nx
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Puc. 1. HapacTtaHue yncna cekBeHMpPOBaHHbIX FTEHOB
yenoseka Mo rogam



MOCJIeI0BATEIbHOCTH COTMIOCTABUIIM C yYacTKaMU XpO-
mocomHoit JIHK, m cramo scHO, 94TO K 23 OKTAOpS
1998 rona ycraHoBieHs! nocienonareabHocTu 30 181 re-
Ha yesoBeka. K 11 HOsIOpsl TOro e roia 4Ynuciao ceKBe-
HUPOBAaHHBIX TeHOB mocTurio 30261. Tem cambIM T0-
JlydeHa MHGOpPMAaIUs MPUMEPHO ST TIOJIOBUHBI BCEX
TeHOB YeJIoBeKa.

CeenieHus 0 (DyHKUUSAX TeHOB B opraHm3max. biaro-
napsi JOCTUTHYTBIM yCIleXaM 3TW JaHHbIE TO3BOJIUIN
BIIEPBbIE PeaIbHO OLIEHUTD (PYHKIIMY TEHOB B OPTaHU3-
Me YesioBeKka. X0oTs 0oJiee 4eM sl YeTBEPTH F'€HOB UH-
dopmalus moka HeaoCTyImHa (puc. 2), ISk IBYX TpeTei
TEHOB OHA WJIM TTOJTHOCTBIO YCTAHOBJIEHA, WU MOXET
OBITH MPUMEPHO yKa3aHa.
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Puc. 2. lNpumepHoe pacnpeneneHne reHoB YenoBe-
Ka no nx GyHKUMAM

Bbuta monyyeHa MCKITIOYUTEILHO WMHTEpEeCHash WH-
dopmalusi 0 BOBJIEUEHHOCTU T€HOB B 0Opa3oBaHMe U
(byHKIIMOHMpPOBaHUE OTHENbHBIX OPraHOB U TKaHel ye-
JoBeueckoro tefa (puc. 3). Oka3aaoch, YTo caMoe 00JIb-
1I0€ YUCJIO TEHOB HEOoO0XoaMMO isd (HOPMHUPOBAHUS
MO3ra M TOAAEepXaHWs €ro aKTMBHOCTH, a caMoe
MaJIeHbKOE JUTSI CO3IaHMSI SPUTPOLIUTOB — BCETO 8§ TEHOB.

N3y4yenne reHoMoB apyrux opranu3moB. Korma rpo-
rpaMMa elie TOJbKO IJIaHWpOBaJlach, ObUIO PELIEHO,
YTO Ha MePBLIX ITOpax HaZ0 OTpaboTaTh METOIbI Ha 0O-
Jee mpocThiXx Moaessax. CHadana M3ydwin 8 pa3HBIX
MpecTaBUTeNIeli MUpa MUKPOOPTAaHU3MOB, 3aTeM CITH-
COK pacUIMpsUlM, U B HACTOSIILIEE BPEMsI CEKBEHCOBbBIE
KapThl COCTaBJICHBI yXe 111 18 opraHM3MOB, UMEIOLINX
Maiblii padmep reHoma (ot 1 mo 20 M6). B ux uucne
MpeACTaBUTEIM MHOTUX POJIOB OaKTepuii: apxeOdaKTepuu,
CIIMPOXETHI, XJIaMUA00AKTEpUM, KMILEYHas Ialouka,
BO30YIUTEIM MTHEBMOHUM, crudrmica, reMopmimu, Me-
TaHoOpasywouye 6aKkTepuy, MUKOIUIa3Mbl, PUKKETCUMU,
nmaHobakTepuu. Kak yxe ynmoMuHaloch, 3aKOHYEH
aHaJiM3 reHOMa MepPBOro 9yKapuoTUUECKOTO OJHOKJIEe-

-8

JNlumdatuyeckue knetkn 374
OHpoTenvanbHble (noa-
ctunatowme) knetkn 1031
CnioHHas xene3a 17
LLinToBnaHas xxenesa 584
OkonowmToBuaHas xenesa 46
napkas myckynatypa 127
MonouHas xenesa 696
MomxenynoyHas
xenesa 1094
CeneseHka 1094
HagnouyeyHukn 658
2KenyHbii ny3bipb 788
BonbLuon canbHUK
(NokpbIBAET XeNyaoK

Mosr 3195

na3 547

Koctb 904

>Kuposas TkaHb 581
Tumyc 261

Muweson 76
JNerkne 1887
Cepaue 1195
MeyeHb 2091
Sputpount 8
Tpombouut 22
Tonctbli
KULEeYHnK 879
Mouka 712

v KnweyHrk) 163 AnuHuk 504
TOHKNIN KVILIJe'-IHI/II)( 297 &9M6H122370
MnaueHta 1290 KO)?(LKSZO
Mpocrata 1283 SmBprion 1989
CkenetHas mbilua 735, Auiko 1232
S KPR CuHoBManbHas

ketka 2164 o6osnoyka 813

Puc. 3 KonnyecTtso reHoB, BOBJIEYEHHbIX B pa3BUTME
1 PYHKUMOHMPOBAHNE OPraHOB 1 TKAHeNM Yenoseka

TOYHOTO OpraHU3Ma — APOXKel Saccharomyces cerevi-
sae v IepBOr0 MHOTOKJIETOYHOTO XXMBOTHOTO OPTaHM3-
Ma — Hematonbl C. elegans.

N3yyeHue nociienoBaTeJbHOCTE HYKJIE€OTHIOB B Te-
HaX, MOBPeKIeHHE KOTOPBIX BbI3bIBAET HACJ/IEICTBEHHbIE
0oste3HH YejIoBeKa. B HacTosIee BpeMsl OImIcaHo TpH-
MepHo 10 ThIC. pa3nTUYHbBIX 3a00J1eBaHuil yesoBeka. M3
9TOTO YKcsIa OKOJIO 3 ThIC. — HACIEACTBEHHbIE O0JIE3HU.
OHU Heo0s13aTeIbHO TOJKHBI ObITh HACEAYEMbIMU, TO
€CTh MepeaBaThcs OT MMOKOJIEHMS K TToKoseHn10. CI10BO
“HacCJICACTBEHHBIN” O3HA4YaeT, YTO MpPUIMHA OOJIe3HU
3aKJIIOYaeTCsl B MOJIOMKE HACJIEJACTBEHHOrO arrapara,
TO €CTh I'€HOB (B TOM YMCJie B COMaTUYECKUX KJIeTKax, a
He TOJIbKO B TeHEepaTMBHBIX). BbIsiBJIeHWE MOJIEKYISp-
HOU TTPUYMHBI TTOJIOMKH TEHOB TIPSIMO BBITEKAeT 13 pe-
3yJIBTATOB MCCJIEIOBaHUS TeHoMa. B Tabi1. 2 ipencrasiie-
HbI T€HbI, TTOBPEXAEHUSI KOTOPBIX BbI3bIBAIOT 0OJE3HU
yesioBeKa M KoTopbie K KOoHIy 1997 roga Ob11M MojiHO-
CTBIO CEKBEHUPOBaHbI. MOXHO BUAETh, KaK IOl OT Tofa
pacTeT YKCIO M3YYEHHBIX OOJIE3HETBOPHBIX TEHOB.
OXugaeTcsl, YTO B TEUEHUE Tpex-4eThipex JIeT OymyT
MU3y4yeHbl Bce 3 ThIC. TEHOB, BOBJICUEHHBIX B Pa3BUTHE
MaTOJIOTUIECKUX IMPOILIECCOB Y UeJIOBeKa. DTH CBEIEHUS
TTOMOTYT pPa300paThCcsl B TEHETUYECKUX TIporpamMmax
pa3BUTHS U (PYHKIIMOHUPOBAHUSI OpraHU3Ma 4YesloBe-
Ka, B NMPUYMHAX BO3HMKHOBEHMSI PAKOBBIX 3a00jeBa-
HUI U cTapeHMs. BbisiBIeHUE MOJIEKYISIPHBIX OCHOB
3a00JIeBaHUI TOMOXET MepeBECTH Ha HOBBIN yPOBEHb
METOJIbl UX paHHEU TMarHOCTUKM, a 3HAYUT, BECTH 0O-
Jiee YTOHYEHHO M YCHEITHO 00phOy C 3a00IeBaHUSIMU.
Takue MeTofbl, Kak, HallpuMep, anpecHas J0cTaBKa Jie-
KapcTB B MOpPaXkeHHbIE KJIETKM, 3aMellleHne OOJIbHBIX
TeHOB 37I0POBBIMHU, BKITIOUEHIE,/BBIKITIOUEHNE OOKOBBIX
nyTeit MeTaboJIM3Ma 3a CYET BKITIOUEHMSI/BBIKITIOUEHUST

COPOCOBCKMWI OBPA3OBATE/IbHbINA XXYPHAJ, Ne12, 1998



COOTBETCTBYIOIINX T'eHOB, 1 MHOTHE APYTHE TIepecTain
OBITH IIPEAMETOM HE3T0POBOTO IIPOKEKTEpCTBa (paHTa-
CTOB, a CTAHOBSATCS YAaCThIO apceHaja COBPEMEHHOM
MEIULIMHBI.

Jly4inee noHMMaHue 3BOJIIONMN OPTAHNYECKOTO MUPA.
Biarogapst reHOMHBIM MCCIIEIOBAHUSIM YUEHBIM yIaeT-
CsI TO-HOBOMY B3IJISTHYTh Ha 9BOJIIOLIMIO KUBOTO MUDPA.
B nepBy10 ouepenb 3To KacaeTcst TaKMX KPYITHBIX KaTe-
TOpUiA, KaK JeJIEHUE XUBbIX CYILIECTB HA MPOKAPUOTOB
(6e3bsimepHbIX OPraHM3MOB) U 3YKapUOTOB (OpraHu3-
MOB, B KJIETKAaX KOTOPBIX UMEETCS AP0 C ABYXCIONHOM
006osioukoii). Jlo rmocjaenHero BpeMeHM K IMpoKapruoTam
OTHOCWJIA IpeBHUE OaKTepUM, TaK Ha3bIBaeMbIE apXe-
GakTepuu, II0 MHOTUM MPU3HAKaM OTIMYAIOIIUECS OT
HACTOSIIIUX OaKTepuii, HO MPeaCTaBIEHHBIC TaKXKe O~
HOKJIETOUHBIMU OpraHu3MaMu 0e3 000CO0JIEHHOTO S -
pa ¥ HEeCcyulMMU OIWHOYHBIE ABYHUTEBBIE MOJEKYJIbI
AHK. Korma rog Hazan cekBeHupoBaHue [JHK apxe-
OakTepuit ObLIO 3aBEPLIEHO, CTAIO SICHO, UTO 9TH Opra-
HU3MBI TIPEICTABIISIIOT CO00i1 OTNIETIbHYIO BETBbh Ha 3BO-
JIFOIIMOHHOM JIpEBE XXUBBIX CYIIECTB Ha 3emuie (puc. 4).

Baktepun

H. pylori
B. burgdorleri pyiort

B. subtilis
H. influenzae

Synechocystis
E. coli

A. aeolicus
M. pneumoniae

M. genitalium Apxeun

M. thermoauto-
trophicum

A. fulgidus

SykapuoTsl M. jannaschii

S. cerevisiae

Puc. 4. Cxema 3BONIOLNN XMBbIX CYLLECTB, YTOYHEH-
Has C MOMOLLLbIO FEHOMHBbIX UCCNefoBaHNR

MPUMEHEHUE MEHHO-UHXEHEPHBIX
NPOJYKTOB B MEAULIMHE

3HaAYUTEJbHBIN ITPOrpecc JOCTUTHYT B IIpaKTHYE-
CKOI1 00J1aCTU CO3aHKSI HOBBIX IIPOJYKTOB JUISI MEIM -
LIMHCKOM TPOMBIIUIEHHOCTA U JIEYEHUST OOJIe3HEM
yenoBeka (ta6u. 3). B Hacrosiee Bpemst dapmaiieB-
THYECKasl IIPOMBIIIUIEHHOCThb 3aBOeBaia JIMIUPYIOIINE
MO3ULIMY B MUPE, YTO HAILJIO OTPAaXEHUE HE TOJIBKO B
o0beMax MPOMBIIIEHHOIO IIPOU3BOACTBA, HO U B (pu-
HAHCOBBIX CPEICTBAX, BKJIAABIBAEMBIX B 3TY MPOMBbILI-

COVI®EP B.H. MEXXAYHAPOAHbIN MPOEKT “rEHOM YENOBEKA”

JICHHOCTb (TT0 OIleHKaM 3KOHOMUCTOB, OHa BOIILJIa B
JIUIUPYIONIYIO TPYIITY TI0 00beMY KYTUTH-TTPOJAXH aK-
LIMA Ha pBIHKaxX LIEHHBIX Oymar). BaxkHol HOBMHKOMN
CTaJIO U TO, YTO (hapMalleBTUUECKUE KOMITAHUU BKIIIO-
YU B CBOIO cepy BbIBEIEHUE HOBBIX COPTOB CEJlb-
CKOXO3SIICTBEHHBIX PACTEHU ! 1 SKUBOTHBIX M TPATST Ha
3TO AECITKM MUJUTMAPAOB J0JJIAPOB B IO, OHU XKe MO-
HOIOJIM3UPOBAIUA BBIMYCK XMMMUYECKUX BEUIECTB IS
ObiTa, 10OABOK K IMPOAYKIIMU CTPOUTEILHOM MHAYCTPUM
U T.II. YK€ He JeCSITKU ThICSIY, 2 BO3MOXHO, HECKOJIBKO
COT TBICSIY BBICOKOKBAJITM(MUIIMPOBAHHBIX CITELIUATIIC-
TOB 3aHSIThl B MCCIEAOBATENLCKUX W MPOMBILIIEHHBIX
cekTopax (papMUHIYCTPUM, U UMEHHO B 3THUX 00J1aCTSIX
WHTEPEC K TEHOMHBIM Y TEHHO-UHXEHEPHBIM UCCIIEN0-
BaHMSIM UCKITIOUYUTENIEHO BBICOK.

3AJAYN BYQYLINX UCCNEAOBAHUN

PaccmoTpeB TeMmbl YCKOpeHMsT pabOThl B paMKax
npoekTa “IeHoOM uejoBeKa”, PYKOBOAWUTEIU TPOEKTA
o0bsiBUIM 23 okTsA0pst 1998 rona, yto mporpamma OyIeT
TTOJTHOCTBIO 3aBepIlieHa ropa3ao paHblile, YeM 3TO Tep-
BOHAYaJIbHO TUTAHUPOBAJIOCh, M  CHOPMYIMpPOBATU
«HoBsbie 3amaun mpoekTa “IeHoM yenoBeka”»:

1) moJsHOCTBIO 3aBeplIUTh B Aekadbpe 1998 rona
paboTy Mo CEKBEHUPOBAHUIO TeHOMA KPYTJIOTO YepBs
C. elegans (3T0 OBLIO CIEIAHO B CPOK);

2) 3aKOHYMTD TMPEABAPUTEIBHBIN aHATU3 TTOCIIEN0-
BatenbHocTeil JIHK venoseka x 2001 romy, a mojHyo
rnocjenoBareabHoOCTh K 2003 roay;

3) kaptupoBath K 2002 roay reHOM IUIOAOBOM MyXu
Drosophila melanogaster,

4) HayaTh CEKBEHMPOBAaHWE TeHOMAa MBI C MC-
rob3oBaHueM MeTonoB ¢/JIHK 1 ncKyccTBeHHBIX Xpo-
MOCOM JIPO3KKel; 3aBePIIUTh 3TOT IIpoeKT K 2005 romy.

IToMuMo 3THX LIETel, 0ODULIMaTbHO BKIIOUEHHBIX B
noafaepxkuBaeMbiii npaButeabctBoM CIIHA u psimom
NPYTUX MPaBUTEIBCTB MPOEKT, HEKOTOPBIE MCCIIeI0Ba-
TeJbCKUE LICHTPHI OOBSBIIN O 3afadaxX, KOTOpbIe OyayT
penaTbcsi B OCHOBHOM 3a CUET YACTHBIX (hOHIOB U T10-
XepTBoBareseid. Tak, yaeHsle KanudopHuiickoro yHu-
Bepcutera (bepkin), OperoHCKOro yHUBEpCUTETa U
PakoBoro nccienoBarenbckoro eHTpa uM. Opema Xat-
YMHCOHA Havyaiu mporpammy “IeHom cobakm”.

MexayHapomaHoe O0IIEeCTBO CEKBEHUPOBaHUS B (heB-
pasie 1996 roga MPUHSIIO peIIeHHe O TOM, YTO JroGast
MOCJIeIOBaTEIbHOCTh HYKJIEOTHIOB padmepoM 1—2 KO
JIOJDKHA OBITh 0OHapoaoBaHa (depe3 HTepHeT) B Teue-
HUe 24 4 mocJie ee YCTaHOBJICHUSI.

YTO BYAET CAENIAHO MNMOCIE 3ABEPLUEHUA
AHAJIU3A TEHOMA YEJIOBEKA

[1aBHas1 cTparernyeckasi 3aaa4ya Oyayuiero copmy-
JIMPOBaHA CJCAYIOIIMM 00pa3oM: M3Y4UTh OJHOHYKJIEO-
tuaHble Bapyuauyu JIHK B pa3HbIX opraHax u KiieTkax oT-
NeJTbHBIX MHAVBUAYYMOB W BBISIBUTH Pa3IMuUs MEXIY
WHIVBUAYYMaMK. AHAJIU3 TAKUX BapUalvii 1aCT BOZMOX-
HOCTb HE TOJIBKO TIOOWTH K CO3MaHUI0 MHANBULYATbHbBIX
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Taﬁ.lmua 2. BOJ'[€3H6TBOpHI>IC T'CHBI, I/II[CHTI/I(l)I/H_[I/IpOBaHHI)IC C MOMOIIbIO MTOSUIITMOHHOI'O KIIOHHUPOBaAHUA

1986
XpOHUUYECKHUIT rpaHyIOMaTO3
MpiieyHast nuctpodus JdoieHHa

1989
Kucrtosnsrit pudbpo3

1990

Onyxonb Bunmca

Heitpodpudpomaros I

®axkrop nudbepeHINPOBKI CEMEHHUKOB
XopounepMust (BocTiaJIeHle COCYIUCTON
000JI0YKH TJ1a3a)

1991

CUHIPOM JJOMKOCTH X-XPOMOCOMBbI
CeMeiiHbli moauno3

Cunnpom Kanbmanna

AHupUans

1992

MuoToHnYecKas AucTpodust

Cunnpowm Jlays

Cunnpom Hoppu

1993

1994

Cunapom Mak Jleona

[ToveuHblit MOAUIIUCTUT 1-TO TUMA
[eHTaTopybOpasibHasi aTpodust

Tun “E” noMKocTH X-XpoMOCcoM
AXOHIpoIIa3ust

Cunapom Buckorra-Onapuua

Pannwmii pak rpynu /smanmnka (BRCA1)
Muactpocduyeckas qucIia3ust
Cunapom Aapckora-CkoTra
CrnuHHOMO3roBast atakcust 3
BpoxneHHas runoruiazust HaAno4eYHUKOB
MpiieuHas quctpodus Dmepu-Apeiidyca
bonesus Mauano-/Ixxo3eda

1995

ATpodust MBI TO3BOHOYHUKA
ToueuHast XOHAPOAUCILIAZHS
MpiieyHast nuctpodust JIumoba-Tupmis
ANBOMHM3M IJ1a3a

ATakcus TeJleaHTMIKTa3usl

Bonesnb Anblixaitmepa (xpomocoma 14)
bonesnb Anbirxaitmepa (xpomocoma 1)

1996

CueruieHHoe ¢ X-XpOMOCOMOI BBIPOXIEHNE
ceryatku (RP3)

TTonukucro3Hast 60e3Hb nouek I1 Trmna
CuHApoM 6a3abHbIX KJIETOK POAMMOTO MATHA

CuernieHHast ¢ X-XpOMOCOMOI MUOTYOYJIsipHast
MUOTIATHSI

DKronepMasbHasl IUCTIIa31sl TOTOBBIX XKeJie3
Temoxpomaros
Cunapom Yennaka-Xuraum

HaCJ’[C[[CTBeHHI)Ie MHOXKECTBECHHBIC 3K30CTO3bI
(EXT2)

Anemust @aHkoHn A

Cunapom XepmaHcku-Ilymisika
CnrHHOMO3TOBast aTaKCHs 2

CADASIL (HacnenctBeHHbIi napaiuy)
JuabeT B3pOCJIOro TUIA Y MOJIOABIX JIIOAeH
(xpoMocoma 12)

1997

Cunapom Xosibta-Opam

CuHapoMm DHrejabMaHa

IOBeHunbHAs TIIayKOMa

bonesnb MeHkeca
AraMMaryio0yJIMHEMUsI, CLIETUIEHHAs
¢ X-XpoMOCOMOit Cuunpom Bryma
HemoctaTouHOCTb MINIIEpUHKUHA3BI
AneHoselikonuctpodust
Heiipodubpomaros 2-ro tTuna
Bone3Hb XaHTUHITOHA

Bonesub o Xunnens-Jlannay

CrnvHHOMO3roBast atakcus |

1996
Arakcust @punpuxca

Jiericus

DHuedanuT r1agKoi MoBepXHOCTH 00JTb-
1IMX MOJTyIlIapuii Mo3ra Cunapom bapra

bonesns Bunibcona

Kity604KOBBIIi CKIIEPO3 CunapoM BepHepa

TunodocdareMUyHbI paxuT
HacnenctBeHHbBIE MHOXECTBEHHBIE 9K30-
CTO3bI (KOCTHbBIE BBIPOCTHI)

PanHwii pak rpynu/ssuaHuka (BRCA2)

IMporpeccupyolias MUOKJIOHATbHASI M-

Cunnpom Tpuuepa-KosmHza
Cunapom Jlonra QT (xpomocoma 11)

Cunapom CumncoHa-Tonabu-bemens

Bbonesns LTaprapara

MHoxecTBeHHast SHAOKPUHHAsT HEOTIa3usl
1-ro Tuma

Bonesnr Humana-ITuka, Tun C

CuHapoM Anaruuist

CeMmeiiHast cpeaM3eMHOMOpCKast JIMXopaaka
ByrpucTslii ckiiepos |

JuctoHus

CnuMHHOMO3roBas aTakcus Tuna 7
Cunapom Onrua

Situs inversus

Hacnencteennas riyxora (DFNAL)

HacnenctseHHas aBTOMMMYHHasA 00J1e3Hb

TeHHBIX TTOPTPETOB JIIOJEH, YTO, B YACTHOCTH, JaCT BO3-
MOXHOCTb JIy4llle JIEYUTb OOJIe3HU, HO U ONpPEAETUTD
pasIuurs MeXIy MOMYJSLMSIMU, BbISIBISITH reorpadu-
YecKue palioHbI TTOBBIIIIEHHOTO PUCKA, YTO TIOMOXKET J1a-
BaTh YETKHE PEKOMEHIAIIMU O HEOOXOAMMOCTH OUNCTKHI
TEPPUTOPHIA OT 3arPSA3HEHUS W BBISBIIATH TTPOU3BOICT-
Ba, Ha KOTOPBIX €CTh 0O0JIbIIast OTTACHOCTb MOPaXKeHUSI
T€HOMOB TMepCcCoHaIA.

DTa rpaHIMoO3Has 3ajada poxXIaeT He OOHU pa-
IyXHbIE OXUIAaHUSI BCeoOllero 6j1ara, HO M BIOJHE
OCO3HAHHYIO TPEBOTY IOPUCTOB U OOPLIOB 3a UHAUBU-
nyajbHbIe IIpaBa yejoBeKa. Tak, B YaCTHOCTU, BbI-
CKa3bIBAaIOTCSI BO3pAXKEHUS MPOTUB PaCIPOCTPaHEHUS
MepCOHAIBHOM MH(pOpMAaIK 6e3 pa3peliecHus TeX, KO-
ro oHa Kacaetcs. OIuH IIpuMep MOMOTaeT ITOHSTh 3TU
TPEBOI'U: yXXe€ ceiiyac CTpaxoBble KOMMAHWM Hallesu-
JIUCh Ha NOObIBAHUE TAaKWX CBEACHUI MpaBIaMU U He-
MpaBIaMu, OHU HAaMEPEBalOTCS MCII0JIb30BaTh JaHHbIC
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MPOTUB TeX, KOr0 OHU CTpaxytoT. Hampumep, eciu mo-
AU Ha CTPAXOBKY HECET IMOTEHILMAJIbHO 00Jie3-
HETBOPHBIM TeH, KOMITAHMH HE XOTIT CTPaXoBaTh TAKMX
JIIOJIeil BOBCE WM Xe TBITAIOTCSl 3aIOMUTh OelleHbIe
CYMMBI 3a uUx ctpaxoBku. Mcxomnst us aroro, KoHrpecc
CIIA yxe TpuHSI psifi 3aKOHOB, HaIlpaBJIEeHHbIX Ha
CTPOTUIA 3alpeT PacIpOCTPaHEHUS F€HETUYECKOU MH-
(opMany OTHOCUTEIBHO OTACIbHBIX JIIOAEH, U I0pUC-
Thl BCEr0 MUpa MHTEHCHMBHO PabOTalOT B JaHHOM Ha-
MpaBJIeHUH.
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Ta6muua 3. Mcrnonb3oBaHue TeHHO-MHKEHEPHBIX MPOIYKTOB B MEIUIIMHE

IIponyxr

IpupoaHbie MPOAYKTHI U chepa MpUMeHEHUsI TeHHO-UHXEHEPHBIX TPOAYKTOB

AHTUKOATYJISTHTBI
dakTopbl KPOBU

DakTophl, CTUMY-
JIpylolure oopaso-
BaHUE KOJOHUI

DPUTPONIOITUH
PocToBbie (hakToph]
TopmoH pocra

yeJIoBeKa
YenoBeuecKuii

MHCYJIUH
WHTtepdepoHbl

HnTepneitkuHbl

MoHOKIJIOHATbHBIE
aHTUTEIa

Cymniepokcu
IMCMYyTa3a

BakiuHbl

AxTtuBaTOp TKaHeBoro riazMuHoreHa (ATIT), aktusupyert rasmuH. depMeHT, BOBJICUEHHBI B paccachiBa-
HUEe TpoMOOB; 3(D(hEeKTUBEH IpH JIeUeHUHN OOJIbHBIX ¢ MH(MAapKTaMy MUOKapaa

®akrop VIII yckopsieT o6pazoBaHue CTYCTKOB; neduiinTeH y remodunukoB. McnonabzoBanue dakropa VIII,
MOJIyYeHHOTO TeHHO-MHXXEHEePHBIMU METOIaMU, YCTPaHSIeT PUCK, CBA3aHHBIi ¢ MepeMBaHUEM KPOBU

PocTtoBbie hakTOpbl UMMYHHOM CUCTEMbI, KOTOPbIE CTUMYJIUPYIOT 0Opa3oBaHMe JIeMKoUTOB. [IpumeHsitoT
IUTSE JIe9eHUST UMMYHOIeUIIUTa M 60pbOBI ¢ MHOEKIIMSIMM

CtumMyupyeT o0pa3oBaHue 3pUTPOLIUTOB. [IpUMEHSIOT 1151 ieueHWs aHEMUU Y OOJIbHBIX C TOUEYHOM Hel0-
CTaTOYHOCTbIO

CtumynupytoT auddepeHInanuo 1 pocT Pa3IMuHbIX TUTIOB KJIeTOK. [IpUMEHSIIOT 1Sl yCKOPEeHUs Jieue-
HUST paH

[puMeHSIOT TTpU JIeYeHU N KapIMKOBOCTH
Wcnonb3ylor mjis JedeHust nuadera

IpensarcTByoT pa3MHOXEHUIO BUPYCOB. TakKe UCIIONb3YIOTCS [JIsI JIEYEHUSI HEKOTOPBIX (hOPM PaKOBBIX 3a-
0OoIeBaHUIA

AKTHBUPYIOT ¥ CTUMYJIUPYIOT PabOTY Pa3IMIHBIX TUTIOB JIEMKOLIUTOB. BO3MOXHO NMpUMeHEeHWe MpU 3aJIeur-
BaHMU paH, Ipu 3apaxeHurn BUY, pakoBbIx 3a001eBaHUSIX, UMMYHOIE(UIIATE

Bricouariiiasi crielinUuIHOCTD CBSI3bIBAHUS C aHTUTEIAMU HCITOJIb3YeTCsl B IMarHOCTUYeCKuX essx. [1pu-
MEHSIIOT TaKXKe JUIsl alpeCHOM JOCTaBKHU JIEKAPCTB, TOKCUHOB, PAIMOAKTUBHBIX U M30TOMHBIX COENMHEHUIA K
PaKOBBIM OITyXOJISIM TIPY Teparuu pakoB, UMEETCs MHOTO IPYrUxX cdep MpUMEeHEHUSs

[IpenorBpalaet mopaxeHne TKaHeil peaKTUBHBIMYM OKCUTIPOM3BOTHBIMU B YCJIOBUSIX KPAaTKOBPEMEHHOM He-
XBaTKU KMCJIOPOJa, OCOOCHHO B XOJIe XMPYyPrUYeCKUX ornepaluii, Koraa Hy>xHO BHE3aITHO BOCCTAHOBUTD TOK
KpOBU

M cKyccTBEHHO MOTydeHHbIE BaKIIMHBI (ITEPBOii OblTa MoJydeHa BaKIMHA MPOTUB Ternatuta B) mo MHOrMM
ITOKA3aTeJISIM JIydIiIe OOBIYHBIX BAKIIMH

Banepwuin Hnkonaesny Coidep, AokTop PU3UKO-

MaTeMaTn4ecknx

cepnatenb [paBneHns 1 reHepanbHbIi anpekTop Mex-
nyHapogHoi Copocosckoii Mporpammbl O6pa3oBaHus
B O6nacTtun TouHbIX Hayk, HarpaxaeH MexayHapoaHom

Hayk, mepanbto peropa Mengensa 3a Bblgalowmecs O0-

npodeccop YHmBepcuteTa

um. Oxopoxa MelicoHa n gupekTtop Jlabopatopun
MONEKYNSPHON FEHETUKM 3TOIO YHUBEPCUTETA, akaae-
MUK Poccuinckon akagemMmum €eCTECTBEHHbIX Hayk,
Akagemum negarorn4eckmnx n coumanbHbix Hayk, Hbto-
MopkcKoi akageMmum Hayk, MHOCTPaHHbIA YneH Hauvo-
HaNbHOWM akageMmm HayK YKpanHbl, MOYETHLIN JOKTOP
KazaHckoro n epycanmmckoro yHMBepCcuUTeTOB, Npea-

cTuXeHus B o6nactn bmnonornyeckux Hayk. ObnacTtum
HAY4YHbIX MIHTEPECOB — U3Yy4YeHUEe CTPYKTYpPbl U PYHK-
unoHuposaHna OHK, penapauun, MOJEKYNApPHbIX
NnoCNenCTBUIA 3arpsiSHEHUS OKPYXKalOLLEen cpenbl, Uc-
Topusa 1 punocodus Haykn. Astop 19 kHUr n Gonee
200 Hay4HbIX paborT.

Kak pasbickaTb MH(hOpMauuio O reHome YeroBeka B ceTu MHTepHeT

B cetn IHTepHeT cenvyac MOXHO HanTu OOJbLLIOE YNCO
aApecoB, cogepXalmx pa3HoobpasHyio nHdopmaumio,
KacaloLlLylocsa reHoMma 4yenoseka. Bot HekoTopbie n3
rnoNe3HbIX aAPECOB:

http://www.nhgri.nih.gov

http://genlink.wustl.edu

http://www.geneletter.org

http://www.hhmi.org
http://www.mpimg-berlin-dahlem.mpg.de/~cytogen/
http://ftp.tigr.org

http://cancernet.nci.nih.gov/ord/index
http://www.wiley.co.uk/genetherapy

COVI®EP B.H. MEXXAYHAPOAHbIN MPOEKT “rEHOM YENOBEKA”

http://cos.gdb.org/best.html
http://www.med.jhu.edu/tfgtelsi
http://modimes.org/
http://www.hslib.washington.edu/helix
http://www.ncbi.nim.nih.gov/omim
http://www.biol.tsukuba.ac.jp/~macer/index.html
http://www.bioethics.gov
http://www.ornl.gov/hgmis/resource/elsi.html
http://www.ornl.gov/hgmis
http://www.NORD-rdb.com/~orphan
http://www.ncgr.org
http://bioserver.uniba.it/fish/Cytogenetics/welcome.html

11



