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MOJIEKYJIAPHASA TEHETUKA CEI'OJHSA.
I'POMAJHBIE YCIIEXH, TAXKEJIBIE ITPOBJIEMbI, BOJIBIIIUE HAJIEZK/IbI.

OB30P, IOCBAIEHHBIN 30-JTIETHIO )KYPHAJIA «MOJEKYJISIPHASI TEHETHUKA,
MHUKPOBHUOJIOI'USA U BUPY COJIOT USI»

00630p nocesiien 30-neruto kypHana “MolekyssipHasi reHeTHKa,
MHKpPOOHOJIOTHST U BUPYCOJOTHs» W uroram 10-71eTHs ¢ MOMEHTa
OOBSIBJICHHS O 3aBEPLICHHM CEKBEHHPOBAHMsI I'€HOMA YeJIOBEKa U
HOBOH MOCTTEHOMHOH 3I10XU B MOJIEKyJIsIpHOU reHeTnke. O630p co-
CTOMT M3 Tpex uacTeil: 1) rpomMagHble YCIEXH MOJEKYJIIPHOU re-
HETUKH — OHH JICHCTBUTEIHHO I'POMAJHBI B OOJACTH CTPYKTYpPHOH
TEHOMHUKH; 2) TsDKeJIble TPOOIEeMbl — OHU HEBEPOSITHO CJIOKHBI B 00-
JACTH aHalN3a JKU3HEACATENFHOCTH U 3) OOJNbIINE HaJICKABI — MBI
JIOJDKHBI HAaZIeAThCs, HO HALIM HAJEXK/Abl HE JOJDKHBI OKa3bIBAaThCs
ITyCTHIMU (DaHTa3HUAMH, KOTOPbIE HUKOTJ]A HE OCYIIECTBSTCSL.

Kypnany «MorekynspHasi IeHETHKa, MHKPOOHOIIO-
rus Bupycosorus» ncnomnnsercs 30 set. B aTom e rony
ucronasieTcst 10 meT ¢ MOMEHTa OOBSBICHUS O 3aBEp-
IICHWH CEKBEHMpOBaHWs reHoma denoseka (http:/www.
hagsc.org/projects/human), XoTs cOOTBETCTByIOMIas ITy-
OnmuKaIus nosiBUIIack 6onee rofa cmycts [1], a uepHOBOit
BapHaHT IOCJIEIOBATEIILHOCTH OBUT OIyOJIMKOBAaH ABYMS
rojamu passbliue [2, 3].

Hawanace HOBast a11oxa — MOCTTeHOMHAs!, UTOTH KOTO-
poit moasen Dpuk Jlanmep (Eric Lander) B cBoeM odeHb
mmpokoM o63ope [4]. [Ipomm 10 net cnoxHOil WHTEH-
CHBHOI paboTbI, HTOTH KOTOPOH TOJIBKO ceifuac Hadu-
HAIOT B MOJIHOM Mepe OCMBICTMBATHCSA. DTMoXa OblIa Ha-
MOJIHEHA TEXHOJOTMYECKUMH PEBOIIOLMSIMU, 0COOEHHO
B 00JIaCTH CEKBEHHPOBAHUSI T€HOMOB, TPAHCKPHIITOMOB
M OTYACTH TIPOTEOMOB, M OHA XapaKTEPHU3YeTCs TakKe
CEpbE3HBIMU Pa304YapOBAaHUSAMH OTHOCHTEIFHO JIOCTHU-
KUMOCTH TeX IeJieil, KOTOpbIe B KOHEYHOM CUYETEe CTaBUT
nepesl co00i CEeKBEHMPOBAHUE — IMOHMMaHME (PyHKINH,
KOTOpPbIE XapaKTEePU3YIOT )KU3HEAEATENbHOCTh, U UX Ha-
pylIeHnil npu pa3nuuHbelXx mnaronorusx. CyuiecTByer
TPOMaJIHBINA Pa3pbIB MEXIy CTPYKTYpHBIMH yCIIeXaMH U
(DYyHKIMOHAIEHBIMU Pe3yJIbTaTaMHt, U 3TO CKa3bIBACTCH, B
YaCTHOCTH, Ha MPAKTUYECKUX IPUMEHEHHSX PE3YJIbTaTOB
CTPYKTYPHBIX UCCIIETOBAHHUH.

51 pasznento 00630p Ha TPU YACTH: TPOMAIHBIE yCIIEXU
MOJIEKYJIIPHON T€HETUKHU — OHU JIEUCTBUTEIBHO TPOMAJI-
HBI B 00J1aCTH CTPYKTYPHOIH T'€HOMHKH; TSXKeIble mpoOiie-
MBI — OHU HEBEPOSTHO CJIOXKHBI B 00JIACTH aHAIN3a JKU3-
HEJIEATeTbHOCTH, M OOJBIINE HAaJEXKIBI — MBI JOJDKHBI
HA/IeATHCS, HO HAIM HAJEXKIbl HEe JOJDKHBI OKa3bIBaTHCS
MyCTBIMH (haHTa3WAMHU, KOTOpble HHMKOTJa HE OCylle-
cTBsTCA. Takue paHTa3uu MOAPBIBAIOT aBTOPUTET HAYKH
U, K COKaJIeHHUI0, 9TO MIPOU30LIIO B 00JaCTH F€HOMUKH,
rae oOelanusl ncciaenoBarese CHIIbHO MPEBBICUIN pe-
aJbHBIE UTOTH.

I'poMaHbIe ycniexn MOJICKYJISIPHOM ITeHETHKH

HagepHoe, syuiie Bcero Ha4ath 3TOT pasJiell ¢ pe3to-
Me oIpoca, KOTOPbIH MpoBelia peaakiys sxypHaia Nature
Reviews Genetics B okts16pe 2010 1., 1o ciIy4aro 1ecsTu-
neTus )KypHaia [5].

K onpocy mpusiexnu 8 3aMeTHbIX B Halledl Hayke
npodeccronanoB. Ux cmpocwinm, KaKAMH OHHU BHIST
OCHOBHBIC JOCTHKCHUS TEHETHKH W TEHOMHUKH 32 IIO-
ciaenaue 10 JeT ¥ MEPCIEeKTUBBI 3TUX OTpaciie 3HaAHUS
Ha Oyayuiee. Pesynbrarsl Obuti Ha3BaHbl « TOUKM 3peHUs:

JIECATH JIET TEHETUKU U TeHOMMKH: Yero Mbl TOCTHUIIIN U
Kyzia uaem?»

JlaBaiiTe MO3HAKOMHMMCSI ¢ 3THUM CHEKTPOM MHEHHUH.
Bot ux kparkoe pestome.

1. DnureHeTHKa BBILUIA B JIUIEPHI B TCUCHHUE MTOCIIE-
HETO JIeCATUIICTHSI.

2. OgHuM U3 HanboJIee BIICUATIISMIONIMX YCIIEXOB ObI-
JIO CO3JaHHE HEIOpPOroH, BBICOKONPOU3BOAUTEILHON
METOJIOJIOTUU  JUIA M3YYCHHS H3MCHEHUU B MaciiTade
TeHOMa YeIIOBEKA.

3. D710 OBLTA AeKaA YITyUIIeHUs TOHUMAHNS B HCCIIe-
JIOBAaHUW TEHETUKH OOBIYHBIX, MHOTO(AKTOPHBIX 3a00-
JIEBaHUM.

4. Heo)XnIaHHOCTHIO TIOCIIETHETO IECATHIETHS OBLIO
OTKPBITHE a0COJIIOTHO MapajuIeIbHOTO MHpa MajbIX (U
6onpmmx) PHK, He xomupyronux Genku, 1 UX poiu B pe-
TYISIAN SKCTIPECCUH TPOTEHH-KOIUPYIOIINX TCHOB

5. Bonpoc, BO3HUKaIOUIMI U3 CUCTEMATUYECKOTO, HEe-
MIPEIB3SITOTO (He3asucumo2o om eunome3) 0OBEKTHBHO-
0, BEICOKOIIPOU3BOAUTENBHOTO aHAIN3a, 3aKII0YaeTCs B
TOM, HAaCKOJIBKO 0oJiee CIOKHOM SIBISICTCS MOJEKYJISp-
Hasi OpraHu3alus KJICTKH OTHOCUTEIBHO TOH, KOTOpas
MEPBOHAYATBHO BBIPHUCOBBIBAIACH TIPU HCIIOJB30BAHUU
(hOKyCHPOBAaHHBIX HA OTACTHHBIX TEHAX W OCHOBAHHBIX
Ha TUMOTe3aX (U, C1ed08amenvHo, npeos3samuix) PEayK-
IUOHUCTCKUX METOJIOB MOJICKYJISIPHON OMOJIOTHH.

6. JlocTiwkeHUs, TMOTYYCHHBIC B HCCICAOBAHUSIX,
MEPBOHAYAIBHON LIENbI0 KOTOPBIX OBLIO «OOHApyKeHHe
Y MIOHUMaHHE BCEX TCHOBY», B KAKOH-TO CTEIICHU IOIPHI-
BalOT CaMy KOHIICTIIIHIO TEPMHUHA «TE€H». ITO OCOOCHHO
Ba)YKHO, IMIOCKOJBKY T€H YaCTO pACCMATPHUBAIOT B KAUECTBE
(byHIaMEHTaIbHOM OMOJIOTHYECKON eTMHHUIIBI.

7. Mo1HbIe, JaJIeKO HaIleJICHHBIC JOTMbI, BOSHUKILINE
Ha 3ape MOJCKYISIPHON OMOIOTHH, TaKHE KaK THIIOTe3a
bumna u Taryma (Beadle u Tatum) “onun reH, onuH dep-
MEHT, OflHa (YHKIHA~ WM LeHTpalbHas aormMa Kpuka
«IHK co3zmaer PHK co3maer 6enok» — He MOIIH pas-
JeTeTbes Kak AbiM. VccrnemoBanusi ObLTH HAMpaBIICHBI
Ha TO, YTO MOIJIO OBI 3aHITH UX MECTO, WIH, IO KpalHeh
Mepe, TOTOIHHUTD 3TU MOLIHBIC HICH IS YTy UIICHUS Ha-
IIer0 MMOHUMaHHs OMOJIOTHH B TOCIEAHEH JIeKaie U Mo-
CJEIYIOIINE TO/BI.

8. ['eHOMUKA, XOTS MPEICTABISIET COOOH OmmMcaTelb-
HYIO JUCIHILINHY, PEBOIONMOHI3UPOBAIA HAIE TTOHU-
MaHHE TIPUPOIIHI ABOIOIIMOHHBIX U3MEHEHIH HEOXKUTaH-
HBIM 00pa3oM.

9. B Teuenne 10 net, cnenyrommx 3a OOBSBICHUEM
0 3aBEpPILICHUM MPOEKTa FeHOMa YeIOBEKa, MPOH30ILIO0
OTPOMHOE KOJMYECTBO PEBONIOIMOHHBIX WHHOBALUN B
001acTH TCHOMHKH, IEJIBI0 KOTOPBIX OBLI OTBET Ha BO-
MPOC: SIBJISIETCS TN pacmm(poBKa TeHOMa MOJE3HOM?»
To ecTh CMOXKET JI TCHOMHKA ITOMOYb yITyUIIUThH HAIIE
3I0OPOBBE M HAIITy TOBCETHEBHYIO JKM3HB? XOTS BCE €Il
HET KOHCEHCYCA, YUYCHBIC BBIMIOJIHUIA MHOXKECTBO (DyH-
JTAMEHTAJIbHBIX POEKTOB, KOTOPHIEC TOKA3bIBAIOT, YTO OT-
BET, BEPOATHO, OyneT «/la».
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10. Hawmbornee BrewaTnstonIne yCHEXW OBLTH J10-
CTHTHYTHI B 00JacTH IEepernporpaMMHPOBAHHS KIETOK
C TIOMOUIBIO OMPEAETCHHBIX (PaKTOPOB TPAHCKPHUIIIIHU.
CriocoOHOCTB K MepenporpaMMUPOBAHUIO KIETOK TaKKe
yAy4Ilnja Halle MOHUMAaHUE TOTr0, KaK KOHTPOIUPYIOTCS
cocTrosiHue 1 T PepeHInpoBKa KieToK. OTBIT meperpo-
IrpaMMHPOBAHHS TIONTBEPXKIIACT, YTO KaK AMOpPHOHAIb-
HBIE, TaK ¥ UG PepeHINPOBAHHBIC KJIETKH 3aBHCAT OT HE-
Oospmroro Habopa KITIOUEBBIX (PAKTOPOB TPAHCKPHUITLIUU
JUTS YCTAHOBIICHUS U TIOAACPKAHMS COCTOSHUS KIICTKH.

K sTomy cnenyer nob6aButh BakHenIee coObITHE, KO-
TOPOE MPOU3OILLIO YKe TOCie MyOIMKAIIMK STOM CTaThH.
ITosBunocs 30 crareit B «Nature», «Genome Research»
and «Genome Biology» U, B 9aCTHOCTH, IICIIBI HOMEP
KypHaia «Nature» (cM. BBOAHBIE CTaThH [6-9]), Trie omy-
OJIMKOBAaHBI UTOTH PAOOTHI MEKIYHAPOAHOTO KOHCOPITHY-
ma ENCODE (Encyclopedia of DNA Elements).

ENCODE 6511 oprann3oBaH, 4To0bl ONpeNeInTh O-
JIOKEHUE BceX (YyHKIMOHaNbHBIX 31eMeHToB B JIHK un
npuaath UM (YHKIHOHAIBHBIA CMBICH. BeICTpo crano
MOHSTHBIM, YTO CTPYKTYpHas HH(OPMAIHUS CIIHITKOM
CKyIHA IUISI TOTO, YTOOBI JenaTh (YHKIMOHATHHBIC BHI-
Bonel [10]. MccnemoBareny cMOTH HICHTH(PHUIIMPOBATH
cpeau 3 MWILIMApAOB Nap OCHOBAHMN I'€HOMA YeJIOBe-
Ka mpuMepHo 1% mocnenoBaTenbHOCTEH, KOIUPYIOIIIX
0enKu. DTOro, KOHEUHO, HEAOCTATOUHO JJIs1 TOHUMAaHHUS
¢yukumit, 1 ENCODE craBwi 3a1a4y HalTH (HYHKIIHO-
HaJIbHBIE PEryJSATOPHBIE JIEMEHTHl B MEXKI€HHOM IIpO-
CTpaHCTBE, TOYHEE, B HEKOIUPYIONINX 00JacTIX TreHoMa
9eJI0BeKa. BRIACHUTSD, T7I€ M B KAKUX KJIETKAX ATH JIEMEH-
THl aKTUBHBI, ¥ KaK OHU CBSI3aHBI C YIIAKOBKON FeHOMA B
XpOMAaTHUH.

KoHcopuuyM mpunucan MoTeHIHaIbHYH (YHKIHO-
HaJbHYIO poiib puMepHo 80% renoma. Ilpu atoM BbIsI-
Britock Oonee yeM 70 000 MOTEHIIMATBHBIX IIPOMOTOPOB
u oyt 400 000 noTeHLMAIbHBIX YHXaHCEPOB. DTO MHO-
ro 6ombie, yem 20 000 reHoOB, Koxupyromux 6enxu. I1o-
Ka3aHO, KaK ATH AJIIEMEHTHI CBS3aHBI C MOAU(DUKALUIMU
U OTKPBITOCTBIO XpoMaruHa. OAHAKO, 3TO MOKa TPYAHO
UHTEpIIpeTupyemMble pe3ynbTartbl. Pabora, HECOMHEHHO,
Oy/ieT MpoA0IKATHCS, HO MTOKa OHA JIMIIHUH pa3 moadep-
KHBaeT TPOMAaJHBII pa3pbIB MEXIY CTPYKTYpHOU (O4eHB
OOMIIFHOM M BAYKHOH ) 1 (QYHKIIMOHAIEHOW HH(POpMAIHEH.
[lo MHeHNIO aBTOPOB, Ja)xe TOJBKO KapTHPOBAHUE ITHX
9JIEMEHTOB, T.€. ONpEe/eNeHNE UX MOJOKEHHsS B TEHOME,
CETaHO TOJBKO HAIOJIOBHHY, a TIOJHAS XapaKTEePH3aIIHs
BCET0, YTO FTEHOM JIENAET, BHIIOJIHEHA TONbKo Ha 10% [6].
S nymaro, 9TO 3TO CHUIIBHO MPEYBEIMUCHHAs OLCHKA.

To, 94TO MPOIIO TOIBKO YTO MEPET BAMH — 3TO CIIEKTP
MHEHUH JIIOJIeH, CMOTPAIIMUX Ha KU3Hb B OCHOBHOM C
TOYKHU 3PCHUS TCHOMHKH U APYTUX -OMHUK. ABTOPBI OTIPO-
ca OXBaTHJIM MHOTHE NpPOOJIEMBI M CAETANId BaKHBIC
MpeCKa3aHus, KOTOpbIe S MOKaXy B MOCIEAHEW YacTu
0030pa. Ho MHOTOE OCTaNoch 3a CKOOKaMHu MX aHaJIH30B.
OTO €CTECTBEHHO, U MOATOMY S MPOAOJIKY LIUTUPOBA-
HUeM (COoKpalieHHbIM) u3 uHTepBbio E. Green [11], HBI-
HEUIHEro Jupekropa MHcTuTyTa MccnenoBaHUi TreHoMa
(National Human Genome Research Institute, NHGRI).
I'puH TOKE CMOTPUT HA )KU3HB Y€pe3 TO K& OKHO TeHOMA.
WHTepBbIO JaHO B CBsI3U ¢ yOnukaruei 10-1eTHero mia-
Ha 3Toro Mucruryra B «Nature» B ¢espane 2011 1. Dtot
TuiaH (POKyCHpYeTCs HeMOCPEICTBEHHO Ha KIMHUYECKHX
nensx. BaxHo, 94To B OTIMYME OT Jajieko MIyIHX o0e-
IIaHWH, KOTOpBIE JABAJHCh TMOCTE 3aBEepIICHUS CTPYK-

Typbl IIEPBOIO I'€HOMA YEJIOBEKAa, HAa JTOT pa3 JIUJEPbI
Wuctutyta m3beraior upe3MepHbIX o0s3aTenbeTB. OHU
MIPEZICKA3BIBAIOT, YTO 3((PEKT OT HOBBIX TEXHOJIOTHH Oy-
et Habmogathbest TOIbKO K 2020 . UToOBI JOCTHYE 3TOTO
s dexra, mpuaeTcs co3marh KaTajiord, Ha9YMHas OT yKa-
3aTesisl TEHOB, BOBJIEYCHHBIX B BO3SHUKHOBEHUE PENKUX U
OOBIUHBIX 0OJIE3HEH, IO Karajora TeHOMOB MHKpPOOpTa-
HU3MOB, OOUTAIOIIHNX B TEJIC YEJIOBEKA, U IO CHCTEMATH-
YECKOTO MEePEUHCIICHU MyTallui B Oy XOJISIX.

HWrak, BOT (hparMeHT STOTO HHTEPBBIO:

Bompoc: Uro m3menmnocs 3a mpomreamuye 8 JeT, 4To Jalio
BO3MOXKHOCTh C)OPMYIIMPOBATh HOBBIH TLIaH?

Green: BeposiTHO, HanOosiee BIEYATISIONIAM SIBISFOTCS JI0-
CTHIKEHHUS B TeXHOJIOTHsAX. BoceMn et Hasaa Mbl HC OXXHJaJIH,
4TO IEHAa CEKBCHHUPOBAHUA YIAJACT TaK CUJIBHO. ITonnmanue re-
HOMHBIX OCHOB 00JI€3HEH Ype3BEIYaifHO YIIPOCTHIIOCH Ollaroaaps
9TOMY. MHE Ka)XeTCsl, 4TO TeIePh MBI MOXKEM JCHCTBUTEIEHO pe-
QJIBHO CEPbE3HO 3aHATHCS ITOH MPOOIEMOI.

Bomnpoc: ITouemy Bbl mocraBuinu 2020 . kak CpoK, Korzaa
TeHOMHKa 3aTPOHET MpoOiIeMbl 31paBooxpaneHusi? [lodemMy 310
3aifiMeT TaKk MHOTO BpeMeHH?

Green: Korga MBI TOBOpHM C JTIONBMHU, KOTOPBIE HMEIOT TIPE/-
CTaBJICHHE 00 WMCTOPUH MEAUIUHCKHX JOCTIDKCHHH, OHH 00-
palaroT BHUMAHHE, YTO PEANbHOE H3MCHCHHE MEAUIMHCKUX
TEXHOJIOTUH 3aHMMaeT Oonbinoe BpeMs. YacTo necsTuieTus.
S YYBCTBUTCJICH K KPUTULU3MY '€HOMUKHU TEMH, KTO YBEPCH, 4YTO
¢ 2003 . (9mo 200 3a6eputerus cek8eHUPOBAHUS 2EHOMA Helose-
xa — npuM. E. JI. CBepasioBa) Mbl HE YIy4UIMIH B JOCTATOYHOM
CTCIICHH 31paBooxpaHeHue. [109ToMy 9TOT cpok OoTpakaeT Halre
CTpeMJICHHE ObITh HEMHOTO 0oJice PETHCTHYHBIMU U OCTOPOXK-
HBIMU.

Bormpoc: Ber mymaere, uro B 2003 1. yueHble 1eHCTBUTEIEHO
BEPIJIH, YTO UX OOCIIAHUs OyIyT BBIIOIHEHBI K CETOMHSIIHEMY
JIHIO, WJIH OOIIIECTBCHHOCTh UX HEMPABIIBHO MOHMMAA?

Green: ... BpII0 GONBIIOE KOIUYECTBO MPEYBEITUUCHHUNA U H-
Ty3uasma... MoxeT ObITb, OBUIM CKa3aHbl KAKHE-TO CJIOBA, YTO
cienyromue 5—-10 JeT MONHOCTBIO W3MEHSAT JIUIO0 METUIUHBI.
3T0, BEpPOATHO, OBUIO HpEyBEIMYCHHEM. 3HAJIW JIK MBI TOTJA,
YTO MOSIBUTCS BCS 3TA HOBAsi HH(OPMALUS ITPO HEKOAUPYIOLIYIO
JIHK? TIpeacTaBiisiiu Jid, 4TO BBISIBUTCS TaKasi [POMajiHas CIIO0XK-
HOCTb B CTPYKTYPHBIX H3MCHCHUSX I'€HOMa, CBS3aHHEIX C 0O-
ne3usiMu? Yem GoIbIIEe MBI y3HAaeM, TEM BCE 3TO OKa3bIBACTCSI
CIIOXKHEE.

Bomnpoc: I'ne, no Baiemy MHeHHIO, MbI Oyaem niepen 2020 r.?

Green: 51 HaJerOCh, YTO K 3TOMY BPEMEHH MbI Oy/IeM UMETh
rpoOMaIHy 0 HH(OPMALIUIO PO TO, KAK TEHETUYECKHUE BAPUAHTHI
UrPArOT POJib B Pa3BUTUH OOJE3HEH, M YTO 3TO CO3AACT BCelle-
JI0 HOBOE MPOCTPAHCTBO ISl PEATbHOTO OCMBICICHHS TOTO, KaK
npe/cKasbBaTh OOJIE3HH, KaK BOSMOJKHO HMX HPEIOTBpALIaTh W,
KOHEYHO, KaK JICYHTb.

BoOT Tak BEINIAMAT MHEHHS TEX, KTO padoTaer B 00-
JacTH TEHOMHUKH W JAPYTHX -OMHK. JlaBaiiTe morpoOy-
€M TIOCMOTpPETh HECKOJBKO Ooyee Immpoko. Bor mpo-
JBUHYJCA 32 Ipeneibl I'€HOMa HW3BECTHBIM TI'€HETHK
Aravinda Chakravarti u Hamucas peIakTOPCKYIO CTaThIO
B «Science» 7 okTs10ps 2011 I. 110 MOBOIY NPEACTOSIIETO
TOTJ/Ia KOHI'pecca reHeTUKOB venioBeka B Monpeane. OHa
HasbiBaeTcs: «[eHoMuKM HeocTaTouHO»[12].

Ts:xesble MPo06J1eMbl MOJIEKYJISPHOI T'eHeTHKH

«KiroueBbIM YCJIOBHEM HCIIOJIB30BaHUA T'CHOMUKH, B 4aCT-
HOCTH, B MCJTUIIUHE ABJIACTCA IOHUMAaHUC OMOJIOrMYECKUX MeXa-
HHU3MOB. HCpCHOC COBPEMCHHOI'O 3HAHUA B MEAUIIMHCKYIO IpaK-
THUKY — 3TO Ba)XHas LEJIb IJIs1 OGH.[CCTBCHHOCTI/I, KOTOpas nmoaaep-
JKUBACT MCAULUHCKHUC HUCCIICAOBAHUA, U, KOHCYHO, JI YYCHBIX
" KIIMHHUIUCTOB. Tem He MCHEEC, HECMOTpPsI Ha MHOTOYUCJICHHBIC
OTKPBITHSA HOBBIX I'€HOB, INIABHBIM IIPCTIATCTBUCM SBJIACTCS OT-
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CYTCTBHE IIOHUMAHUS TOTO, KaK 3TH I'eHBI BIMAIOT Ha (DyHIaMCH-
TaJIbHBIC OMOJIOTMYECKUE MEXaHHM3MbI, KOTOPBIC HAPYIIAIOTCS
pu 6one3Hu. 11 ecim MBI XOTHM, 9TOOBI MEIUIIMHA, OCHOBAHHAS
Ha JOCTIKEHHSX T€HOMHUKH, MPOIBETANA, MBI JIOJDKHBI 3aI0I-
HUTB 3Ty 3USIOUIYIO JBIPY.

JocTmkenns B OMOXUMHIECKUX HCCIEIOBAHUSIX WHIYLIPO-
BaJIM OOJIBILINE OKUIAHHSI OTHOCUTENBHO TIEPEHOCA ITUX PE3YIib-
TaToB B MEIMLMHCKUE TEXHOJOTHH, BKIIOYas MHAWBUIyann3a-
U0 JICYCHUS W MpouIakTHKH. KOHIENIMsS HWHIMBHYaTbHOU
MEIUIMHBI HE HOBa B reHeTuke. neHTudukanyss MHOTOUMCIICH-
HBIX BPOXKICHHBIX 3¢ (PEeKTOB MeTab0I13Ma U OTKPLITUE ACCOLIUU-
POBAHHBIX C HUMH J(UIIMTOB (hepPMEHTOB MPOIOKUITH ITyTh K UX
TeHETHYECKOMY JJHArHo3y U JIedeHHI0. TeM He MeHee, KITIOYeBBIM
37eCh OBIIO MOHUMAHHE OMOIOTHIECKIX MEXaHH3MOB.

CeronHs TeHOMHBIE TEXHOJOTHH MOTYT HCIIOIb30BaThCs IS
PYTHHHOTO CKaHMPOBAaHMS B TOHMCKE T€HETHYECKUX M3MEHEHWH
rpu m000it 6onesnu. bonee yem 2000 MoHOTeHHBIX MeH/IEIEB-
CKHMX Oones3Hel ObUIO MccnenoBaHO 3THM ImmyTteM. [IpemsuanTces
HaXOKJICHHE W3MEHEHHH, KOTOphIe BBI3BIBAIOT ocTanbHbie 2000
Takux OosesHeld. Ho HecMOTpsl HA MHOTOYMCIICHHBIC IIOMBITKH,
JOCTHIKCHUC HO[[O6HOFO IIOHUMAaHUA O6bI‘leIX XPOHHUYCCKUX
CJIOKHBIX OOJIE3HEH 0CTaeTCs MOKAa HEBO3MOXKHBIM. 37€Ch, UTOOBI
JOOUTBCST MEIUIMHCKOM MOJB3bI, OMOMEIHUIIMHCKIE HCCIIeI0Ba-
HES IOJDKHBI IBUHYTHCS TAJIBIIE IPOCTHIX OTKPHITHII TEHOB ITyTEM
KapTUPOBAHUsI, CEKBEHHUPOBAHHMS HJIN M3YYEHHUS MTOJHOTCHOMHBIX
acconmanuit (ITTFA, genome-wide association study, GWAS). ®o-
KyC JJOJDKEH OBITh HalleJIeH Ha MOHMMaHue MEXaHH3MOB OOJIe3HeN.
MBI nomKHBI 3HaTh, HE TOIBKO Kakoi u3 BapuanToB JJHK kakoro-
TO IeHa BeAeT K OO0JIE3HHU, HO U TO, KaK OH 3TO JIeTIaeT.

Ypoku, u3BIEKaeMble U3 TEHOMHOMN OMOIOTHH, BIIOJIHE HOHSIT-
HBL. ['€HBI M UX MPOAYKTHI MOYTH HUKOT/IA HE ACUCTBYIOT B O/IU-
HOouKy. OHU paboTaloT B CUCTEME C JIPYIHMMU IeHaMU U OeJIkaMu
U B 3aBHCHMOCTHU OT OKpyXeHus. [Ipu 3ToM edekT B aKTHBHO-
CTH OHOTO I'eHa He 00s13aTeNILHO IIOBPEXKIACT BCIO CHCTEMY. DTO
coracyercs ¢ HaOMIOACHMSAMH, YTO OOJBIIMHCTBO HPH3HAKOB
BOBJICKAaeT MHOXKECTBO TeHOB. bolee Toro, BapHalyu peryisTop-
HBIX CHCTEM T'€HOB NPOUCXOAAT 3HAYUTENHHO dalle, YeM H3Me-
HEHHUS B CTPYKTYpe T€HOB U HX MPOAYKTOB. [ eHOMHast OMOIorus
TeTephb JODKHA JABUTATHCS K KJIETOYHOH OMONOTHH U (H3HOIO0-
ruM (CUcTeMHasi OMOJIOTHs), YTOOBI MOHATh, KAK TCHETHUCCKUE
nepTypOanuy MpUBOIAT K AUCPETYISIIUU OCIKOB M UX CETEBBIX
B3anuMocCBs3el (networks), a Takxke KJISCTOK IIpU OONe3HsX.

Hamre mporpeccupyoriee 3HaHHE T'€HETHYCCKHX BapUarii
YCIIOXKHSIET 3TO MoHUMaHue. Kaxplif HHIMBUYyyM YHHUKAJICH 110
CTPYKType CBOETO T'eHOMa. Borpoc 3aKiIFo4aeTcst B TOM, SBIISIOT-
Csl T OMOJIOTHYECKHEe CBOMCTBA MHIWBUIYYMOB M UX OOIE3HH
TaKoke YHUKaIbHbIMEI? Vtn TpoMaiHoe pazHooOpasue mocieno-
BaTeILHOCTEH B JII000 00JIE3HH CBOAUTCS K MEHbLIEMY Ha0Opy
OOBIYHBIX ((DCHOTHITMYECKUX) MHIAMBUIYAIbHBIX HEIOCTATKOB?
®doxycupysch Ha TOHUMaHHU MEXaHU3MOB OOJE€3HH, TeHOMHas
HayKa MOXKET JaTh KOHKPETHBIE MPEIUIOKEHHS O TOM, KOT/Ia Me-
JUIIMHCKAs TOMOIIb JIOJDKHA OBITh MHIMBHyaIM3UPOBAHHOM, a
KOIZla YHHBEpCalIbHOH. OTBEThI Ha ITH BOIPOCH! OyAyT BOJIO-
IIMOHHPOBATH 10 MEPE TOTO, KaK BOJFOLHOHUPYET HayKay.

BrickazaHHBIC BBIIAIONIUMCS TCHETUKOM OOIIHNE MBIC-
JIM YPEe3BbIYANHO MpaBUJIbHBI U aKTyajbHbl. HyxHO Hc-
KaTh MaKCHMAaJIbHO OOIIHE TOAXOAbI B MEAUIIMHE, KOTO-
pble HE 3aBHCETH OBl OT TPOMAIHBIX MHIUBUIYATbHBIX
pasnuunii. MlHaue MemuIiHa 3aJ0XHETCS OT HeOoOXOoIH-
MOCTH (YTPHPOBAHHO TOBOPSI) TIPON3BOIUTH COTHU MMJI-
JTUOHOB JICKAPCTB, PACCUNTAHHBIX HA pa3HbIe 00Je3HU 7
MIUIHapaoB xuteneid 3emiu. Ilpu Bceil ux mpaBmiib-
HOCTH, OHH TIOJIUTKOPPEKTHBI — aBTOP aKKypaTHO 00XO-
JUT OYEHb OCTpPBIE BOIIPOCHI COBPEMEHHOIO COCTOSIHUSA
Hallled HayKHu, KOTOPOE MPUBOJUT MHOTHX K MBICIH O €€
KPU3UCHOM COCTOSIHUM.

3meck g cuenaro HeOONbIIoe OTCTyIUIeHHe. MeHs Ja-

CTO YIPEKAIOT B TOM, YTO 5 CIUIIKOM IIUPOKO UCITOIB3YIO
UTHpPOBaHME. Sl 3TO Aemaro It TOro, YTOOBI OBLIT TOHS-
T€H TOYHBIM CHIEKTP MHEHUH Jro/el, (POpMUPYIOIUX JIH-
L0 COBPEMEHHOM HayKH, a HE UX IPOU3BOJIbHBIE TOJIKO-
BaHusl. CBOM TOJKOBAHUS s TAKXKE JIAI0 U BBIPAXKAIO CBOIO
IO3ULIMIO 110 ITIOBOAY Pa3HbIX TOYEK 3PEHUs.

Tenepsp s mpogoiKy uTUpoBanre. Ha 3ToT pa3 3to
Oyner nmutupoBanue Bruce Alberts, Brigaromerocss 0mo-
XUMHKa, TJIABHOTO pEIaKTopa KypHama «Sciencey», a
nepes 3TUM npesuaenta HaunonanbHoi AkageMun HayK
CIHA. On oauH U3 aBTOpOB (yHAAMEHTAJIBHOTO TpyJa
«MounekyssipHast Ouosiorus KiaeTkny». OH OYCHb IIHPOKO
CMOTPHUT Ha MPOOJIIEMy TEPCIEKTHUB PAa3BUTHS MOJCKY-
JIIPHOM T€HETHKHU.

Bot uro on mumer 28 centsops 2012 1. B pemaknu-
onnoii crarbe «The end of “small science”?» B sxypHase
«Science» “[13].

«OTy PENaKUMOHHYIO CTaThbI0 MEHsS MOOYIHJI HAIHCaTh BBI-
myck B 3ToMm Mecsite 30 crareii ot Encode Project Consortium.
B stom nponomxaromemcst yxxe 10 et npoekre NpUuHUMAeT yda-
CTHE MEXKTyHapoaHas KoMaHaa U3 442 y4eHBIX, KOTOPBIC COCTa-
BUJIM TO, 4TO HasbiBaeTcs «DHumkioneans JTHK-3eMeHTOBY:
MCYEPIBIBAIONINIT TIepeUeHb (PyHKIIMOHATIBHBIX HIEMEHTOB B T'e-
HOME YeJIoBeKa. JTOT KaTaJIor, KaK [OJIaraioT, CTUMY/IUPYET Jallb-
HeWIIne UCCIIeIOBAaHMs IO OCHOBAM JKU3HH, 37I0POBbSI M OOJIE€3HU.
ENCODE siBnsiercst mpuMepoM  «OOJIBIION HAyKM» — CTHJIS HC-
CJIeIOBAaHMH, KOTOPBHIH MPHUBIEKACT BHUMAaHHE U IPOXYLHPYET
JIAaHHBIC C OYCHb BBICOKOH 3((eKTHBHOCTBIO. O3HAYACT JIU 3TO,
YTO BEChMa YCIICUIHAS dMOXa ‘Mol HayKu’ OHOJIOTHYECKUX
HCCIIEOBAHUN CKOPO 3aKkoH4YHUTCsI? Byner num rocymapcTBeHHOE
(uHaHCHUpOBaHUE Bce Ooliee COCOOCTBOBATH OOJIBIIMM Hay4y-
HBIM TpoektaM? $I, KOHEYHO, HAJICKOCh, YTO OTBET OyHET OTpH-
L{aTeIbHbIM.

IMopasutensubiii ycnex Human Genome Project, xoTopsbilii
3aBepiiuiicss B 2004 r. myOnukanueil mouTu HOJIHOH mocieno-
BarelbHOCTH Oonee 3 muiumapnoB HykiaeotunoB JJHK B xpo-
MOCOMax 4YeJOBeKa, CTHMYIUPOBAI PACIpOCTPAHEHUE APYTUX
KPYITHBIX “~OMHK”-TIPOCKTOB B 00JIaCTH OHOJIOTHH, B TOM YHCJIIC
MIPOTEOMHUKH, TPAHCKPUITOMHKH, SITUTEHOMHKU W METaOO0JIOMH-
ku. Kakmoe U3 9THX KpyNHOMACIITAOHBIX MIPOCKTOB HPUBOIUT
K Pa3BUTHIO HOBBIX LIEHHBIX METOJOJOTUH, KOTOPbIE HEOOXOIH-
MBI JIJISL TOTO, YTOOBI 00ECIICUNTh MAaCIITAOHOCTh ATOTO THIIA UC-
cienoBanuil. Ho macmrad co3paer Taroke IpyIiy MOIEPKKU
TaKHX IIPOCKTOB, KOTOPask MPEISATCTBYET UX OCTAHOBKE JaXe MPH
HAJTMYMK TPU3HAKOB MX YOBIBAIOLIEH pe3ylbTaTUBHOCTH. B Ha-
CTosIIEe BPeMsl, KOT/Ia CHTYAIHs C pecypcaMi O4eHb HaIpsike-
Ha, Bce Ooliee KPUTHYHBIM CTAHOBHUTCSI TPHHATH OOBEKTUBHEIC
JKECTKUE PELICHUSI O TOM, KaKHe TPOESKTHI UMEIOT JIyUIIIHe NIaHChI
Ha MOTyYeHUE PE3yNIbTaToOB, HEOOXOAUMBIX JUIS TITyOOKOTO ITOHU-
MaHHUsl, a He IPOCTO IS OMHCAHMS OMOJIOTHYECKHX CHCTEM.

Uro emie mpeactout noHsATh? Kak coaBrop OOHOBISIEMOro
Kaxzple 5 neT ydeOHuKa 1Mo OMOJIOTHMHU KIJICTKH, sl OOJIE3HEHHO
OILYTHJI OTPOMHBIH MPOOEN, KOTOPBIA OCTAeTCsl B HAILIEM I10-
HUMaHHH Ja)e IPOCTEHIIMX KIeTOK. PaccMoTpuMm, Hampumep,
6akrepuro E.coli, KoTOpast CIy’KHIa OCHOBHBIM MOJCIBEHBIM Op-
TaHU3MOM B HEPBBIC TOBI MOJICKYISIPHOH Oroiorun. O4eHs oT-
pEe3BIIeT 3HAHHWE TOTo, YTO Ooibmme YeM 50 JeT CHyCTs, ITOYTH
yeTBepTh U3 Oosee ueM 4000 OeKOB, KOAMPYEMBIX €€ TeHOMOM,
UMEIOT (DYHKIMH, KOTOPbIe OCTAIOTCSl HEU3BECTHBIMU. MOTYT JH
OBITH OOHAPYKEHBI HEKOTOPBIC HOBBIC (PYHKIIMOHAIBHBIC KIIACCHI
OHOJIOTHYCCKUX MOJICKYJT OOIIHX ISl BCEX KIICTOK, €CJIU MbI c(o-
KycupyeMcsl Ha HCCIIeIOBAaHUH TaKUX OeIKOB?

Bropoii mpumMep: TunuuHas yenoBedecKasi KJIeTKa COACPKHUT
oxosto 10 000 pa3zinuyHbIX OSJIKOB, OPraHW30BAHHBIX B COTHH pa3-
JIMYHBIX KOMIUIEKCOB, KOTOPBIC (DYHKIIMOHUPYIOT KaK «OCIKOBBIC
MaIINHED), aKTHBUPYIOIIHECS IIe U KOTAa 3TO HEOOXOIUMO, IS
BBITIOJTHEHNUST OIPE/ICIICHHBIX (DYHKIHMA, TAKHX KaK peraparus
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JIHK unu uHTErpauy pa3auyHbIX CUrHAIOB. YTOOBI pa3oOpars-
csl B OMOJIOTUH M MONYYHUTh BO3MOXKHBIC BBITOABI JUIS 3[PABOOX-
paHCeHUA OT TaKOT'O IOHMMAaHUs, Ka)K)IbIﬁ N3 3THUX 6CJ'IKOBLIX KOM-
IUIEKCOB JIOJDKEH OBITH JIETAbHO U3y4eH OMOXMMHUKaMH B pado-
Tax, KOTOPbIC 0OBIYHO MPOBOJIATCS B HEOONBIIHX JTA00PATOPHSIX.

U, HaKkoHell, MbI TeTepb 3HAEM, YTO CAMBIC HHTEPECHBIC CBOM-
CTBa KJISTKH — 3TO “‘BO3HHKarolme” (emergent) CBOMCTBA, MOSBIIS-
FOIHECS B PE3YJIBTATE CIIOKHOM CETH B3aUMOJICHCTBHI MEXT pa3-
JIMYHBIME MOJIEKYJIaMH, KOTOPBIC BKITFOUCHBI B OCIIKOBBIC MAIIIUHBIL.
B Hacrosiiiee BpeMst yueHbIC HE IMEIOT BO3MOXKHOCTH paciuppo-
BaTh 3Ty CJIOXKHOCTB, U, YTOOBI TaKasi BO3MOKHOCTB IIOSIBHJIACK,
notpeOyroTcs OoJbIas H300pETaTeIbHOCTh M MHOTHE HOBBIC pa3-
paboTKHM, MPUYEM MBI HE MOXKEM IPEJICKa3arh Jaxe, Kakoro pojia
oHy OyayT. bonbiuas yacTb paboThl JODKHA OBITH CHAETaHa Yepes
Hay4YHBIC MCCJIC[IOBAHNS OTHOCHTEIBHO HMPOCTBIX CHCTEM, TAKHX
Kak GakTepus KAIICYHON MaTOuKH, HEOONBITMMH KOJUISKTHBAMU C
HaJeXK/I0i Ha TO, UTO MOIYUYCHHBIC PE3yJIbTaThl IPHUBEIYT K HOBBIM
MOJXONaM M MIPUHIUIAM, KOTOPbIe MOTYT OBbITh MEepeHEeCEHbI Ha
GoJIee CI0KHBIE KJICTKH MICKOITHTAOIIHX.

Kasxzplit rof konuuectBO (pakTHUeCKOH HH(OpPMALUH, I10-
JIy4aeMoil yYEHBIMH O KJIETKAX, YBEIUYUBACTCS, M CTUMYJIHUPO-
BaHHBIC «OMUK»-IIPOCKTAMH KaTaJOTH JaHHBIX PACIIHPSIOTCS C
OTPOMHO#I CKOpoCThIO. Ho TpaHamro3Hble MpOOIeMBbl, KOTOPHIC
OCTarTCA Ha IIyTH F.]'[y6OKOFO IIOHUMAaHUsA XUMHUH KWU3HU, I10-
TpeOyIOT BBIXO/Ia 38 paMKH TOIPOOHBIX KaTanoroB. ObecneyeHue
YCIIEIIHOT0 OyAyIIero s OHONIOrHYSCKHX HayK ITOTpedyeT orpa-
HUYCHUI B POCTE YMCIIa KPYITHBIX [IEHTPOB M «OMHUK»-TIOJIO0OHBIX
MIPOEKTOB C TeM, 4TOOBI oOecrnednTb OOJbIIYI0 (PUHAHCOBYIO
TIOIJICPIKKY JUTsl pabOThI MallbIX HHHOBALMOHHBIX JIA0OpaTOpHil,
CTPEMSILIUXCS TOHSTh YIUBUTEIBHYIO CIOXHOCTh JKHBBIX CH-
cTeM».

OT0 KpaiiHe BaxxHOE PUI0COPCKOE OCMBICIIEHHE TIpa-
BHJIBHOCTH BBIOOpA HANpaBJICHUI Pa3BUTHS HAYKHU C TEM,
YTOOBI OHHM OBUTH MaKCUMaJIbHO HH(OPMATUBHBI U MOJIE3-
HbI. BooOI1ie TOBOpsI, MOTYT BO3pa3uTh — B HayKe TPYI-
HO MpeABUETH NMpaBUiibHOE HanpasieHue. Ho Bce-Taku
HACTyIlaeT MOMEHT, KOIZla CTAHOBUTCS SICHBIM, Kakoe
HaIlpaBJIEHHE C BBICOKOM BEPOATHOCTHIO HENPABUIIBHO.
C teM, 9TO KPyLUUATHHBIM B JAHHBI MOMEHT SIBIISICTCS
(YHKIMOHAIBHBIN aHAJIN3, COTJIACEH Ja)Ke TaKOW BbIIar0-
IIUICS TUIep TCHOMHBIX MPOEKTOB, Kak E. Lander [4].

S mocraparochk ycunuTh TOUKy 3peHust Alberts nanb-
11e, POIUTHPOBAB U MTPOKOMMEHTHpOBaB HobeneBckoro
nmaypera Robert Weinberg [14].

Ero Ttouka 3penus nox Ha3BaHueM «l UIOTE3bl CHAYa-
na» (Point: Hypotheses first) omy6nukoBana B «Nature» 1
anpens 2010 r. S npuBeny ee B COKpallleHHOM BapHaHTe.

«Mao ecTb Takoro, 4To MOXHO ObUIO Obl HPOAEMOHCTpPU-
pOBAaTh 3a BCE BPEMs U JCHBIHM, BIOKCHHBIC B TCHOMHBIC HCCIIC-
JIOBaHUS paKa, v ATOT MMOJXO]] MOAPHIBAET UCTIBITAHHBIC TyTH HC-
CJICIOBaHMS ¥ OPTAHU3AINHI HayKH.

HccrnenoBanusi, 0CHOBaHHbIC Ha BBIIBH)KCHUH TUTIOTE3bI U €€
nposepke (hypothesis-driven research), xoporo ciuyxunun Ham
MOCIICTHUE TIOJICTONICTHS M [IPUBEIN K PEBOJIFOLUSIM B MOJICKY-
JIIPHOW M KJICTOYHOM OMOJIOTHH, IMMYHOJIOTHH, HEHPOOHOIOTHH
u reHeruke. Hamre moHMMaHHEe MEXaHM3MOB IaTOICHE30B Ipe-
B3OLLIM CaMble JCP3KHE CIICKYISIINH, KOTOpbIe HMenn Mecto 50
JICT Ha3al.

Tenepb MogOOHBIE HCCIIECAOBAHUS 110]] YIpo30i. MHOTrHE T10-
JIAraloT, YTO TPAJULUOHHBIC CPEACTBA HE MOTYT paciIndpoBarh
TPaH/INO3HYIO CIOXKHOCTB, KOTOPasi MO3BOJISIET MPEyCIIeBaTh OT-
JIETBHOM KJIETKE W CIOKHOMY OpraHu3Mmy. Ilomararor, 4To He-
JIABHO TIOSIBUBIIACCS TEXHOJIOIMYECKUE MHHOBAIUK TOPOIUIN
AIBTCPHATUBHBIN ITyTh paciipoBKU. MOH CTYIEHTBI MOTYT CO-
Opatb omnpeeneHnubie TUIBI JaHHbIX B 1000 u naxe B 10 000 pas3
OBICTpEE, YeM 51 MOT 3TO caesarh 40 et Hazaj.

B uccrienoBaHUSX paka HOBBIC TEXHOJOTHH OOCIIAIOT H3-

MCHUTH IIYTU NJUArHOCTUKH, TE€pAIlMN U ITOHUMaHHUs IIaTOTCHE3a
6one3nu. Tak 4To ke, CTapble MyTH Hay4HOU pabOThI — TECTUPO-
BaHUE UIIOTE3 CTAJI0 aHaXpOHU3MoM? S Jymaro — HeT.

Opa HOBOIf OHOJIOrHN — FTEHOMHKH IIPOTEOMUKH U MeTab0JI0-
MHUKH — Ha4yajach ¢ CEKBEHHPOBAHUS T'€HOMa YeJOoBeKa. YCIex
9TOrO MPOEKTa OECCIIOPEeH: AECATKH THICSY MCCIEIOBATEIBCKUX
porpamMM, MHOTHE U3 KOTOPBIX C(OKYCHPOBAHBI HA HICHTH-
(bUKaKM ¥ XapaKkTepH3aly ONpeIeNeHHBIX T'€HOB, BBIUTPAIN
OYeHb CHIIBHO OT CO3JIaHUS 1 M3yUECHUS ITOH 0a3bl TaHHBIX.

KpynnomaciuraOHble TPOEKTHI, Takue Kak «['eHom udenoBe-
Kay, BBIIAIOT 3a Oy/Iyliee U HeHTPAJIbHYIO YacTh CHCTEMHON O1o-
JIOTH, KOTOpas MNosBUJIaCh HEAAaBHO. yBCJ'lI/l‘{I/IBa}OIJ_laﬂCﬂ qacTb
HaLMOHAJIBHOTO UCCIIE0BATENbCKOr0 OI0KeTa HalpaBJsieTCsl Ha
otu ueiu. Ho crout mn ynuuroxats 20 nim 30 MaioMaciutaOHbIX
MPOEKTOB, OCHOBAHHBIX Ha TIPOBEPKE TUIIOTE3, PaJly TOTO, YTOOBI
0CBOOOAUTH MECTO UCCIEIOBAHUSAM Ha CUCTEMHOM ypOBHE?

C ToukH 3peHHs HcclenoBaHuil paka (R.Weinberg — npu-
3HAHMBIL asmopumem 6 2moil 00iacmu) YCUEXH THUIIOTe3-
HAaIpaBIsIEMbIX UCCIEIOBAHUI SICHBI U OeccriopHbl. OHU POIOII-
JKAIOTCs, HAYMHAs ¢ OoJyiee yeM MoJTyBeKa Ha3aj, M MPOJOJIKAIOT
JlaBaTh HOBBIE KOHIICTITYaJIbHBIC PE3YJbTaThl HEAENS 3a HeleneH,
Mecsl 3a MecsiieM. HarmpoTus, HOBBIE IyTH Pa3BUTHS OMOJIIOTHH
HACTOJILKO HEOMPOOOBAHBI, YTO UX JOJITOBPEMEHHBIC IIPEHMYIIIe-
CTBa €LIe TPYJHO MPEIBUIETb....

CeKBEeHUPOBaHHE MOJIHBIX TEHOMOB OIyXOJel (WU UX 3K30-
HOB) NOTPEOIIET OIPOMHBIE PECYPCBl U SHEPTUM UCCIIEN0BaTe-
neil. Ho IMBUIICHTHI HA CETOIHAIIHHUN JIeHb CKPOMHBI: OTKPBITHE
HECKOJIbKHX HOBBIX OHKOT€HOB M TEHOB OIYXOJIEBBIX CyIIpec-
COpOB.... U ONpEIeNICHuE CTEIICHN HeCTAaOMILHOCTH Pa3IMuHbIX
TEHOMOB OITyXOJIEBBIX KJIETOK. DTH MaCCHBHBIC IPOEKTHI IO IPO-
M3BOJICTBY JAHHBIX €Ille TOJIHKO HAMEPEBAIOTCs 1aTh IMOHSATHBIN
KOHCEHCYC OTHOCHUTENIBHO TOTr0, KaK MHOTO MyTauuii Tpedyercs,
‘ITO6LI TIOPOAXUTH YCJIOBEYCCKYIO OIYyXOJb, U IOHUMAaHUE TOTO,
KaK pa3BUBaACTCA UHAMBUAYAJIbHASA OIYXO0JIb. HeHa KaXa10ro KoH-
LENTyaJIbHOI0 IOHUMAHUsI ObLIA OUEHb BEICOKOHM, XOTSI 3TO MOXKET
U3MEHUTHCS C IaICHUEM CTOUMOCTH TEXHOIOTUH. TeM BpeMeHeM
MHOTO MEHBIINE SKCIEPUMEHTAIBHEIC UCCIICJOBATEIBCKUE TIPO-
IrpaMMBbI, KOTOPBIE SIBIISIOTCS MIPOBEPEHHBIM MCTOYHUKOM KOH-
LEeNTYyaIbHBIX HHHOBALWHA, OOPIOTCS 32 BEDKUBAHHE.

BeposiTHO, Hanboee aMOHUITO3HBIE KPYITHOMACIITAOHBIE Me-
PONPHATHS BKIIOUAIOT B ce0s1 COOPKY MHOTHX B3aHMOAEHCTBYIO-
MIUX CHTHAIBHBIX KOMIIOHEHTOB B KJICTKE B «3JIEKTPOMOHTAYKHBIE
quarpammbl (wiring diagrams)y». DTH CIOXKHBIE KapThl, HHOTIA
Has3bIBaeMble BosocaTbiMu Imapamu (hairballs), u xommbroTep-
HBIE AJITOPUTMBI, KOTOPBIE MOAEIUPYIOT CUTHAIBHBIE TIPOLIECCHI,
MODJIK OBl TMPOJUTH CBET HAa TO, MOYEMY U KaK HWHIUBHUIYalb-
HbIC KJIETKU OTKJIMKAIOTCS Ha BHELIHUE CUTHAIIBI, U IPEJCcKa3aTh
ux Oyayliee noBeJeHue. bynyun 3cTeTHUeCKU NIPUATHBIMU, OHU
BHECIIM MaJIblii BKJIaJ] B KOHLENTYaJbHOE MIOHUMaHHE MPUYUH
TOTO WJIM MHOTO TOBEACHHS KJIeTKH. HeKoTopble moararor, 4To
oemanvHoe NOHUMAHUEe OMOETbHLIX KOMHOHEHMOG CUCHATbHBIX
cucmem SIBISIETCS IPEPEKBU3UTOM JUISI TIPECKA3aHUsI TOBEICHHUS
HEJBIX CUTHAIBHBIX CXEM.

CraBku 371ech Benuku. IlociencTus capura GuHaHCHPOBA-
HUsA, TPEAOCTAaBIAEMOTO OCHOBHBIMH (l)HHaHCOBBIMI/I arcHTCTBa-
MH, OYIyT OLIYIIATHCS MOCIECAYIOUIMMH MTOKOJIEHUAMH YUCHBIX.
PyxoBoactBo naboparopusmu, (GOKyCHpYIOLIMMUCS Ha Majo-
MacHITabHbIX MPOEKTaX, ABMKUMbBIX FHIIOTE3aMH, CTAIO HEMpPH-
BJICKATEILHBIM ISl MHOTHX MOJIOJBIX YUCHBIX M3-32 IPOMaIHBIX
TPYAHOCTEW B TOJyYSHUH JIEHET Ha Takue MpOoeKThl. JoiroBpe-
MEHHBIMH TTOCIIEJICTBUSIMU 3TOTO OyJeT HeCTOCOOHOCTh MHOTHX
OMOJOTMYECKUX NTUCLUUILIHH TPHUBIIEYb SIPKUX MOJIOMBIX JEOACH,
KOTOPBIE SIBIITIOTCS IBUTATEISIMU HAyqIHOTO TIporpecca. bes Hux
— MBI IPOTIAJIN».

HyXHO OTMETUTB, UTO B 3TOM XK€ >KypHaje PsAJIOM C
R.Weinberg ¢urypupyer maenne Todd Golub [15], xo-
TOpoe UAEeT mof 3aronoBkoM «Counterpoint: Data Firsty.
S1 mo3Bomro cebe He OUTUPOBATH €TO. OHO TOHSITHO U3
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3aroJjIOBKa M Ha JaHHBIA MOMEHT SIBJIIETCS MHEHHUEM TEX
VYEHBIX, KOTOPBIC KOJICKITMOHUPYIOT JTAHHBIC U MTBITAIOT-
Csl Ha UX OCHOBAHUU JeNaTh (DyHKIIMOHAIBHEIC BBIBOIEIL.
Ha wmoit B3z, R. Weinberg KOppekTHO OLEHHI yCIeXu
9TOTO HANpPAaBJICHUS Ha CETONHSALIHUM JCHb.

Haxkonen, He Mory yaepikaTrbcs OT coOia3Ha IpHBe-
CTH BBICKa3bIBaHUE elle oaHoro HobeneBckoro aypeara
Sydney Brenner, omHOTO W3 CaMBIX SPKUX ¥ OPUTHHATH-
HBIX MCClieZoBareiel coBpeMeHHOCTH. BOT uTo oH cka-
3amn, Beictynas B 2008 ©. B Uuanuu B banranope (http://
www.genomeweb.com/blog/data-substitute-thinking).

((MOHOZ[LIG YYE€HBIC HC HOOJDKHBI COOJTAa3HATECS CHCTEMHOM
6HOHOFHeﬁ, 1€ NJaHHBIC ABJIAIOTCA 3aMCHUTCIIIMU MBIIIJICHUA. ..
Cy1iecTByeT KpU3HC BO BCEX HayKax B Hallld JHUA. MBI TOHEM B
MOpP€ NaHHBIX, U BCC-TaKU MBI TOMHMCS OT KaXX[bI. CCFOZ[HZ
HayKa BO3HarpaxaacT TOJIbKO T€X, KTO KOJUICKHMOHUPYET U pac-
npeaeiseT JaHHbIC. Her Harpaabl TEM, KTO OPraHHU3YyCT JaHHbIC
1 CTPOUT HA OCHOBE TCOPUMN».

S mpuBen ATH IUTATHI, YTOOBI 1aTh TOYYBCTBOBATH Ha-
KaJ CcTpacTeil (KOTOphIe MPOXOASIT MUMO HAC, TOCKOIBKY
y Hac JIpyrue JIeHeKHbIe MacTaObl U, COOTBETCTBEHHO,
ropasmo OoJiee Y3KHI TOPH30HT JIJIST aHAIN3a).

MHoOTHE MOAYMAIOT, YTO O3TO MPOCTO pE3yIbTar
60pr0OBI mokonenuii. R. Weinberg, B. Alberts — mronu
craporo nokosnenus. E. Green u qpyrue reHOMHBIE amo-
JOTETHl — MOJIOJ0€ ToKoJeHue. Beeraa mronu craporo
MOKJICHHUSI, Ja)Ke BEJIUKHE yMBbl, BOCBAJIU MPOTHUB HO-
BBIX MJICH U OTKPBITUH, CONPOTUBIISINCH HOBIIECTBAM:
Jlopn KenbBUH — IPOTHB pacIIeIICHHUS] aTOMOB H JJICK-
TPOMarHUTHOM Teopuu cBera. J»Bu npotus [lanbroHa,
BBIJIBUHYBIIETO 3aKOH KPaTHOCTU OTHOUIEHUM. [toii-
rerc u JleOHNI mpoTHB Teopuu TaroteHus HproToHa.
Pentren 3anperian ynorpe0iasaTs B cBoei 1abopaTopuu
cioBo «anekTpon». Kwoswe, [Tactep, Bupxos, K. bep-
Hap — OpOTUB Teopuu 3Boarouuu Japeuna. M3o6pe-
TaTenb MapoBod MamuHbl J[. YaTT, BeICTynas NpoOTUB
HOBOTO BapwWaHTa ITapoOBOH MAaIIWHBI, U300pPETEHHON
€ro0 COOTCUCCTBEHHHKOM TpEBUTHUKOM, TOBOPIII, UTO
9TO HIET BO BPEH MPOTPECCy, U YTO TpeBUTHUKA MAIO
MIOBECHUTH 3a €ro H300peTeHHE.

Ho B nanHOM cnyvae, Ha MOH B3IUIsif, €70 OOCTOUT
ropaszzno xyxe. HoBele MacCUpOBaHHbIE MOAXOIbI MOTYT
UMETh TPUHITUIHAIBHBIA O0apbep, KOTOPHIH HEBO3MOXKHO
peoaoeTsb. S aymMaro, 9TO MBI CHJIBHO HEIOOIICHHBAEM
CTETICHb 3TOW HETIPUSITHOCTH. U sl TOMIBITat0Ch OOBSICHUTH
nouemy. OTISITh HAUHY C IUTHPOBAHHUS.

B «Nature» 26 wurons 2012 I OOABWINWCH JIBE
HeOonpmue cratbu [16, 17], KOTOpbIe, TEM HE MEHee,
BBIPAKAIOT, BOBMOYKHO, B IEPBBII pa3 Ha TakoM (opyme,
KaK CaMbIi TIPECTHKHBIH HAy4IHBIH >KypHAJI, TPEBOTY
HE OTHOCHUTEIHHO TOTO, YTO KPYITHBIC MPOEKTHI IAIOT
Mano wH(OpMAINHU, MOTIONMAs OTPOMHEIC CPENCTBa, a
OTHOCHUTEIFHO KaueCTBA IMOTyIaeMBIX IIPU STOM JTaHHBIX.
Crarbst Daniel MacArthur HaseiBaeTcs «Methods: Face
up to false positivesy». ITo st ObI TepeBen kak «BceTpeyaii-
T€ JIO)KHBIE TO3UTUBBDY.

Bor kakas Tam TpeBora:

«Kornma nccnenoBaHre reHOMOB AOJITOKUTENEH MPUBENO K
COO6LLICHI/IIO O TOM, 4YTO CYHICCTBYIOT I'CHETUYCCKUEC BApUAHTHI,
CWJIBHO aCCOMHUPOBAHHBIC C HUCKIIOYUTC/IBHBIM JOJIIOXKUTEIIb-
CTBOM, OTO IIPHUBJICKJIO BHUMaHUE CPCIACTB I/IH(I)OpMaI_II/II/I n Ha-
yUHOI 00IIEeCTBEHHOCTU. DTO COOOLIEHUE BbI3BAIO TAKXKE CKEIl-
THIU3M y T'C€HCTHKOB. TO, YTO MHAWBHUAYAJIbHBIC I'CHETUYCCKUC
BAapHUaHTBI MOT'YT UMETHb TaKO€ 0OJILIITOE BIMSIHNAE HA TAKOM CIIOMK-
HBIN IIPpU3HAK, KaK JOJTOXUTECIbCTBO, OBLIO a0COIFOTHO HEOXKH-

nanHbeIM. Kak oka3anocs, 1Mo kpaifHeil Mepe HEKOTOpbIE U3 ITUX
Pe3yJIbTaTOB 6bIJ'[I/I HEOXXHUAAaHHBIMHU IIPOCTO ITOTOMY, YTO OHU 6])1-
1 OMOOUHBIMU. B 0T3bIBE 3TOM cTaThy B XypHale, KOTOPbIH
OBLI OHY6.HI/IKOBaH TOAOM IIO3KE, aBTOPBI NPU3HAIU TCXHHUYC-
CKYIO OIHI/I6Ky u HeaZ[eKBaTHLIﬁ IIPOTOKOJI KOHTPOJISL Ka4€CTBA...

Heckonbko MIPUHIOUIIOB XOPOIIO 3HAKOMBI BETCpaHaM HAyKH:
OJJMH U3 HUX — YEM ooiee HCOXHJIAHHBIM ABJIACTCS PE3YJIbTArT,
TEM MCHEC BCPOATHO, YTO OH IIPABUJICH. Mg HE MOXKEM 3HaTh,
OBLIT JIK 3TOT MPHHIIUII IPOCMOTPEH B KAKOM-TTHOO UCCIICIOBAHUH.
TeMm He MeHee, 6oiee 0OBIYHO B MHUPE, B KOTOPOM HEOXKHIaHHBIC
pe3yNbTaThl MOTYT NMPHUBOANTH K IMyOIHMKAIMSIM B MPECTHKHBIX
KypHasax, aruiogucMeHTaM u nepenoBunam B «The New York
Timesy», Jerko MOHATh, YTO BO3MOXKEH BCEIMOTIOIIAIOUINI CO-
671a3H IBUHYTHCS OT OTKPBITHSA K IyOnukanuu 6e3 JOIKHON Mpo-
BEPKHU PE3YJILTATOB.

B ﬂeﬁCTBHTeHBHOCTH, HUKOIJla HE OBLIO TaK JIETKO IoJry4daThb
BBICOKOMMITIAKTHBIC JIOXKHOIIO3UTHUBHBIC PE3YyIbTaThl, Kak B I'C-
HOMHYIO 3pYy, KOTZla MaCCUBHBIC CJIOXKHBIC OMOJIOTHYECKHE JaH-
HbIC ACIICBbI U JIETKO AJOCTYIIHBI. ﬂJIS{ SICHOCTH: OOJBIIMHCTBO
OKCIICPUMCHTOB B Macmrabax IMOJIHOTO IeHoMa JacT pCajibHbIC
PEe3yNIbTaThl, KOTOPBIE OBLIO ObI HEBO3MOXKHO BBISIBUTH ITyTEM HC-
ciefoBaHMi, HarpapisieMbix runore3oi (NB! Juckyccuns mpo-
nokaercs!). TeM He MeHee, OXOTa 32 OHMOJIOTHYECKHMH CHOP-
npu3aMu 0e3 JDOJDKHBIX Mep HPEeOCTOPONKHOCTH MOXKET JIETKO
JlaBaTb Oorarblii ypoxail apTe(akToB U IPUBOAUTH K BBICOKO
HUMIIAKTHBIM CTaTbsM, OCHOBAHHbBIM HH Ha YEM 60.]'163, KpOoM€e CH-
CTEMATHYCCKOT'O SKCIICPUMECHTAJIBHOTO IIIyMa.

CTaThH C JIOXKHBIMU JQHHBIMU IIPUYUHSAIOT BPEJ HE TOJIBKO UX
aBTOpaM — OHU UHULUUPYIOT 6€3H3HG)KHI>IG IPOCKTEIL... U ICBAJIb-
BUPYIOT NPECTUK TI'CHOMHBIX PICCHe,I[OBaHPIﬁ. YT0OB MUHHUMH-
3UPOBaTh BPEJI, PEIICH3CHTHI U PEIAKTOPhI JOJIKHBI BHIPAOOTATh
CTaHJIAPThI, BBIIIOJHEHUE KOTOPBIX TPEOYETCs JJIsl TOTO, YTOOBI
KBaJTH(PUIUPOBATH HAXOAKY Kak (aKT.

Jlanee aBTOpBI pacCyXHarOT, IOYEMY BO3ZHUKAIOT
omnOku. [To X MHEHHIO, CYIIECTBYET JBa UCTOYHHKA!

Bo-1epBBIX, HCKITIOUUTEIHEHO OOJBIION pa3Mep TeHO-
Ma O3Ha4aeT, YTO OYCHb HEOOBIYHBIA PE3yabTaT MOXKET
TOSIBIISITHCST CITy4daifHO OoJiee 9acTo, 9eM MOKHO WHTYU-
TUBHO OKHJATh. 37€Ch MOXKET IIOMOYb CTAaTHCTHKA.

Bo-BTOpBIX, BCE BBICOKOIPOM3BOAUTENBHBIE T€HOM-
HbIC TEXHOJOTUU [AIOT OUIMOKH, HEKOTOPBIE M3 KOTO-
PBIX MOTYT OBITH CHCTEMaTHYECKUMHM, ¥ Ha HEOIBITHBIN
B3I, MOTYT TIOKA3aThCSl HHTEPECHBIM OHOJIOTHICCKUM
siBJICHHEM. B pesynbrare mucciaenoBaTesid MOTYT IPUUTH
K JIO)KHBIM 3aKJIFOUEHUSIM.

ABTOpBI TPUBOIAT TPUMEPHI TOJOOHBIX OIMINOOK.
B gactHOCTH, COO0MIANTOCH, YTO peaKasi MyTalus, BeIdy-
mast K morepe GyHKIHUU B reHe, Ha3BaHHOM SIAE, nMeer
6osbIIoi 3(peKkT Ha PHCK ayTOMMMYHHBIX 3a0oJieBa-
Huit. Ho mo3xe anamu3 6oee 60 000 oOpa3iioB mokasai,
YTO HET TaKOM accouualuu, Mpearnosnaras, 4ro JaHHbIE
MPEIBITyIIeH MyOnuKanuy ObLUTH TTOTyYeHBI B pPE3yabTa-
T€ CITy4aifHOTO COOBITHSL. J{pyroit mpumep — myOnukamms,
coo0IIaBIIas 0 ITUPOKO PACTIPOCTPAHEHHON XMMHYECKON
moaudukaru monekyn PHK. OHo Obut0 packpuTHKOBa-
HO 9KCIIepTaMH, KOTOPbIE YKa3bIBaJIH, YTO ATa MOTU(HKA-
LU SBISETCS PE3yIbTaTOM TUITUYHON IKCIIEPUMEHTAIIb-
HoM ommOKu. Tak OHO M OKa3ajocCh.

PacnyTeiBaHME TaKHUX IPOTUBOPEUUI MOCIE TOrO, KaK
PE3YIBTATHI OITyOIMKOBAHEI, MOXKET 3aHSITH TOIBI U TOJIBL.
Janee aBTOpbI IpeaIaratoT Mepbl, Kak yMEHBIIUTH BEPO-
STHOCTh TMYOJIMKAIIMU JIO)KHOTIO3UTUBHBIX PE3yJbTaTOB.
51 He Oyy Ha 9TOM OCTAaHABJIMBATHCS.

U B 5TOM XK€ XypHase MOIBUICS PEIaKTOPCKUN KOM-
MeHTapuii [16] nog HazBanuem «IIpenpacnonokeHHOCTh
k ommOkam» (Error prone).
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B HeM roBoputcs: «I'eHoMuKa MMeeT MOTEHIHAN [yIsi CO-
BCPUICHHUA PCBOJIIOLIUMU B MCAUIIMHE, HO CTAHOBUTCS BCEC boitee
SICHBIM, 4YTO 3Ta 001acTh BBIHYX/I€CHA UMCEThH A€JI0 CO BCEC BO3pac-
TaroKuM KOJIHYECTBOM 0O0JIEBHEHHBIX l'[pO6J'IeM...

Muorue obnactu HayK O JKM3HHU B HACTOsIICC BPEMS UMCIOT
JA€JI0 ¢ MAaCCUBHBIMH o0beMaMK JaHHBbIX, TaK YTO CBA3aHHBIC C
TEXHOJIOTUAMH IIPOU3BOACTBA OOJIBIINX MAaCCHBOB JaHHBIX apTe-
(akThl HE OrPAaHMYMBAIOTCS TeHOMHUKOM. JIF000# yUeHsblid B 3TOM
o0nacTH, paboTarOIINK B YHUBEPCUTETE HITH B TOCITUTAJIE, MOXKET
ceifuac coOpaTh 00pa3Ibl YEIOBEYESCKUX TKAHEH M IPOCEKBEHU-
poBaTb UX T'€HOMBI, CO37aB OIPOMHBLIC KOJIMYECTBA I'CHOMHBIX
JIAaHHBIX, ONbITa pabOThl C KOTOPBIMU Y HEro HET. B pesynbrare
CHOBA U CHOBA OMOJIOTH HE TUTAHUPYIOT OKCTICPUMCHTHI IIPaBUJIb-
HO M IIOJAKOT B II€YaTh HeﬂOpa60TaHHLIe Marepualibl, HalIpuMmep,
TMOJYYCHHBIC C HEAOCTATOYHBIM UISI CTaTUCTUYCCKOI'O aHaIn3a
KOJIMYCCTBOM 06p33HOB, a 3arcéM BO3BCUIAXOT O cnyqafmmx pe-
3yJbTaTax Kak 0 OMOJIOTHUECKUX IPPeKTax...».

OTOT PenakTOPCKUIl KOMMEHTApHH TakKe OKaHYHBa-
€TCsl MPU3BIBOM BBECTH CTAaHAAPTHI KOHTPOJS KayecTBa
Pe3yabTaTOB U CIIEA0BATh UM.

HecomuenHo, Takue mepsl Hy>kHbI. Ho, Ha Moii B3IJ1s11,
npobieMa ommMOOK ciokHee. B Takoi KOHKYpPEHTHOH
o0nacTy, Kak TeHOMHKa, y4eHble HEN30eKHO HIIYT BCeE
6osee ObIcTpbIe U 3(P(HEKTUBHBIE MyTH TeHEepaIuy U aHa-
JM3a JaHHBIX. B oTHOCHTENBbHO KOpoTKoe BpeMs ¢ 2005 T
HauajJ Il pa3BUBAThCS TEXHOJOTUU CUKBEHCA CIETYIOIICH
reHeparuu (next generation sequencing, NGS). Onu, kak
MOJIararoT, PyHIaMEHTAIbHO H3MEHIIN CKOPOCTh TEHOM-
HBIX HCCJICTIOBAHUN M OTKPBLTH HOBBIC ITyTH HCCIIEOBA-
HUSI TEHOMOB W TPaHCKPUNTOMOB. Hampumep, B wrone
2012 . pupma «lon Torrent» B Kanudopuun o6bsBuIIa,
YTO OHa MOXeET cekBeHupoBaTh 100 reHOMOB MeHee ueM
3a 30 nHei u mo neHe MeHbine yeMm 1000 monmapoB 3a
reHom [16]...

Tem HE MEHEE, ATO IpaMaTHIECKOE YBEITUICHUE B CKO-
POCTH CEKBEHUPOBAHISI IPOUCXOINT 32 CUET 3HAUUTEITb-
HOTO yBEJINICHHUS 9aCTOTHI OMMUOOK. B HacTosmee Bpems
OIIMOKHU TPH HEMOCPEACTBEHHOM MPOYTCHUH TAHHOTO
¢parmenTa cocraisitor npumepro 0,05-2% [18-21] B
3aBHCUMOCTH OT Pa3HbIX (akrtopoB. CyliecTByeT MHO-
KECTBO AJTOPUTMOB JIJIsi OMOMH(OPMAIIMOHHOTO TTOHH-
JKCHHSI TOW BBICOKOW OIMMOOYHOCTH (CM., HAIpHUMeEp,
0030p [21]). braromapst BEICOKOM CKOPOCTH aHAHM3a JTaH-
HAasl IOCJIEIOBATEIIEHOCTh MOXKET OBITH IIPOYNTAHA MHOTO
pa3 u, TakuM 00pa3oM, OIMIUOKH MPOYTCHUS CHIDKEHBI.
Tak, coOOOLIAOT O CEKBEHUPOBAHUU TPEX TEHOMOB YeJIO-
BEKa, MPHU KOTOPOM CPEIHSIsI 4acTOTa MPOYTEHUS OJHON
MOCJIEI0BaTeNbHOCTH cocTapisiia 45-87 pa3 [18]. Ilpu
ATOM TOYHOCThH OIPENCICHUS IOCICIOBATCIIEHOCTH B
KOHEYHOM BapHaHTe, 10 WX JAHHBIM, COCTABISUIA OIHY
omuoky Ha 100 000 map ocHoBaHMH. DTO BIOJHE CO-
MIOCTaBUMO C TOYHOCTBHIO, TOCTHUTAEMON MPH UCIONB30-
BaHUU KJIACCUUYECKUX MEeTO0B. OHAKO, KOTJIa peyub UIET
0 TakoM I'pOMAaJHOM I€HOME, KaKk T€HOM ueloBeKa, — 3
MUJUTHApaja map OCHOBAHUH, TO TaKasl YacTOTa OMIHOOK
o3Havaert, uyto cuexyet okuaark 30 000 omubok mpocTo
OT HEBEPHBIX pouTeHuil. [Ipu 3ToM He Hy)XHO 3a0bIBATH,
YTO CYIIECTBYIOT €II¢ MHOXKECTBCHHBIC HCTOYHUKH OIIIH-
OOK, MEepPEeYUCIATh KOTOPHIC HE BXOAUT B 3a0aYH JAHHOTO
0030pa, HO KOTOPBIE YUTATENIb MOXKET HAWTH B HEJJABHUX
o030pax [19, 20, 22-24]. CymiecTBYIOT BapHaIlH [CHO-
Ma, 0COOCHHO TPYIHO TMOJTAIONINECS aHATNU3y HOBBIMHU
METOJaMH U BBI3BIBAIOIINE OMIHOKU: TTIOBTOPSIITHECS dJIe-
MEHTBI, HeOOJIBINNE JIEEeIINN U BCTABKH, TAaK Ha3bIBaeMast
BaprabeIbHOCTD 110 YHCITy KOMHH (copy number variants,
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CNVSs) u CTpyKTYpHBIE IepecTpoiiku TeHoma [25-27].
COBOKYIHOCTh 3THX OIIMOOK TNPEeBpaINaeT, KaKk 3TO OT-
MeJaroT aBTOpHI 0030pa [23], MOMCKH TEHOMHBIX H3Me-
HEHWH, MPUBOIAMINX K (DYHKIMOHAIBHBIM U3MEHEHHSIM,
B ITOMCKH UTOJIKH B cTOTe CeHa. JIerko npencraBuTh cede,
KakK, 10 Mepe HAKOIUICHUs] TCHOMHOM HH(poOpMaLuy, Ha-
KallJIMBAOTCS OLIMOKH, U B KOHEYHOM CYETE JIOXOAAT A0
YpOBHS HEBO3MO)KHOCTH WX TIPOBEPKH, JIeias MpodiIemMy
TPYAHOPA3PEIINMON WM Hepa3pernMoi (IS TOTHOTHI
KapTHHEI cM. Takxke [28]). 3aMedy Takke, 9To XOTsI COBpPe-
MEHHbIE CeKBEHHUPYIOIINE alnapaTsl MOTYT IPOYUTHIBATH
~250 MUJTHAPIOB TIap OCHOBAHUI B HEJIENIO 110 CpaBHE-
auio ¢ ~25000 B 1990 . u ~5 mumnmonamu B 2000 1.,
UX HEJJOCTATOK — ITPOYUTHIBAEMBIE TI0CIIe0BATEbHOCTH,
KOTOpbIE MHOTO Kopoue, ueM ~700 0CHOBaHM, pyTHHHO
MIPOYUTHIBAEMBIX MeToioM CaHrepa, JenaroT mpodiema-
TUYHOW KOPPEKTHYI0 COOpKY IOCIIEAOBAaTeIbHOCTH Te-
HoMa. [loaToMy B GONBIIMHCTBE CiTydaeB Al COOPKH B
KaueCTBE MATPHULbl UCIOJIB3YIOT CYILECTBYIOIINE [EHOM-
HblE TocnenoBarensHocT [4]. [onaTHO, uTO B Hccneny-
€MOM TeHOME MOTYT OBITh BAPHAHTHI, HECOBMECTHMEBIE C
TIPEKHUMH TI0CIIEAOBATEIbHOCTAMH.

BoT mpuMepHO Tak BBINIAWT CHUTYaIlUsl C MOJIEKY-
JISIPHON TEHETHKOW CErofHs: TPOMaHbIe 0OBEMBI CTPYK-
TYpHOI HH(pOPMAIMH, TOTydaeMble CO CKOPOCTBIO, Npe-
BOCXOJIAIIEH CMOCOOHOCTh KOMIIBIOTEPOB 3TH JaHHbBIE
00pabarkIBaTh (€CTh MPOTHO3BL, YTO B ONIKaiiliee BpeMs
aHalM3 JaHHBIX CEKBEHHUPOBAaHUS, a HE CaAMO CEKBEHH-
poBanme, Oy/eT TIaBHBIM KaMHEM IPETKHOBEHHUS y Te-
HOMHEBIX TTPOEKTOB [29]), 1 CHIIbHOE OTCTaBaHUE B (PYHK-
LMOHAIBHOM TOHMMAaHHUH, KOTOPOE, M0 OOJIBIIIOMY CUETY,
MIPOJIBUHYJIOCH HE OUEHb CHIIBHO.

[ToaTOoMy s 3aKOHYY ATOT HENPUATHBIN pasfen mpu-
3piBOM S. Brenner [30]: «CaMoe BpeMsi OCTAaHOBHUTHCS U
CIIPOCHTB CaMUX ce0sl, YTO MBI OXKHJIaeM HAaWTH B KOHIIE
9TOTO rpoMajHoi rooBooMkH -oMukoB (This is a good
time to pause and ask ourselves what we expect to find at
the end of this immense omic brainbow)y.

Bouabmme niiaHel M HAAEKIBI MOJIEKYJISIPHOMI
TeHeTHKH

Bor kak ux Buaut E. Lander [4] B oOnacTu uccieno-
BaHHUI BOJIONMOHHON M MEIUIIMHCKOM T€HETHUKH YeJlo-
BeKa. 5 1ar0 MOM KOMMEHTAPHH KYPCHUBOM.

1. IIpeaBunuTcss rpOMaJHBIA TPOTpecc B KIOHUPO-
BaHuu reHos ~1800 MenueneBckux 3a00J€BaHHUM, KO-
TOPBIE JO CUX TIOp HE UACHTH(PHUIIUPOBAHEI, a TAKXKE B
BEISIBJICHUW HEONMCAHHBIX HOBBIX MEHIEeIeBCKIUX 3a00-
JeBaHUHA. DTO MOXKET OBITh OCYIIECTBIEHO CEMEHHBIM
AHAJTN30M C HCIOJIb30BAHHEM BBICOKOTOYHOTO ITOJHO-
TEHOMHOTO cekBeHupoBaHus. [10CKkoIbKy pereccuBHbIC
MenpaeneBckue 3a00J€BaHUS YaCTO CBSI3aHBI C IMOJTHBIM
OTCYTCTBHUEM O€jKa, KOOUPYEMOTO MOBPEKICHHBIM Ie-
HOM, UX TPYIHO JICYNTHh UHBIM IIyTeM, KPOME Kak 3ame-
CTUTENbHON OenkoBoi Tepanmei. ['eHoMuKa BrIpaboTa-
J1a B HEKOTOPBIX CIIyYasiX HOBBIEC OAX0nbl. Ho kpuTHde-
CKHM IIarom OyzeT pa3paboTka reHHO-TepaeBTHYECKIX
MOIXOMOB.

2. B ciyuae cioxHbIX 00Jie3HEH, A1 KOTOPBIX B I10-
cienHue roabl Obuto muaeHTH(uIMpoBano Oomee 1000
JIOKYCOB, BOBJICUCHHBIX B OOJIC3HCHHBIC (DECHOTHIIBI, B
CIIEIYIOIIYTO IeKaay OyIIyT UCCIICIOBAHBI IECSITKH THICTY
OOJBHBIX C UCTIOIH30BAHUEM CEKBEHUPOBAHUS U IPYTUX
metonoB [II'A (GWAS). I[Ipu sToM OymayT pa3BHBATHCS
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MeTOoB! (DYHKITMOHAIBHOTO aHAN3a, BEISIBIATHECS HOBBIC
TeHBI M CUTHAJBHBIE cucTeMbl. Kpome Toro, OymyT co3na-
BaThCSI MOJICIIbHBIC )KUBOTHBIE, MUMUKpPHUpPYIONUe hu3n-
OJIOTHUIO YEJIOBEKA B UCCIIEAYEMBIX 3a00ICBAHUAX.

Ha ocnosanuu ce200HAWHUX OAHHBIX MPYOHO NPedsudentb
ycnex 9mo2o HanpasieHus,, eciu He 0yoym HaudeHbl NPUHYUNU-
AJlbHO HOBble nymu AHAIU3A CLOIACHBIX CUCTEM. Ce200ms onu ana-
JAUSUPYIOMCA meMU dfce MemodaMu, KAk u npocmosle MOHO2EHHblE
NPU3HAKU. Oonaxko npu 3mom He y4umslearomci « B03HuKarowuey
8 pe3yivmame 83auUMoOetCmeull Hogble HenpeocKasyemvle Ceoli-
cmea. Hedagro smo 6via6Uunocs 6 sgpghekme «npsauyweticay Ha-
cnedyemocmu (missing heritability). A ne mocy anarusuposams
9mom 0ocmamouno cneyuguueckuil genomen 8 HeboIbLUOM 00-
30pe, HO omcbulldio 3auHmepecoeaHHblX yumameneu K 0630]%1}1/!
[31, 32]. On xax pa3z 3axniouaemcs 8 mom, Ymo npeocmasieHus
00 a00umusHoOM s¢hhexme 2eH08, oOPMUPYIOUUX CLOINCHBLIL NPU-
3HAK, He pealu3yromcs Ha npakmuxke npu anaiusze 6K1A006 6 OaH-
Hoblll NPpU3HAaK 5mux 2eHoe no OmoenbHOCHU.

3. B oOmacTu OHKOJIOTHUW 3amadeil SIBISICTCS CHH-
’)KEHHE CMEPTHOCTH OT paka. B cremnytouryto nekamy
ciemyeT pa3paboTarh JETANBHBIN KAaTajJor BCEX T'€HOB,
KOTOpbIE MOTYT CJIYKUTb CYII€CTBEHHBIMU MHUILECHIMU
TEpareBTUUYECKUX CPEACTB BO BCEX TUIIAX YEIOBEUECKO-
ro paka, a Takxe pa3paboTaTh BCE PAKOBBIC KJICTOYHBIC
JUHUU U HEOOXOIUMBIC )KHBOTHBIE Mojaenu. [loayduTs
JIaHHBIE TI0 MYTAaHTHBIM T€HaM, B HEKOTOPBIX CIIydasix
AICHTU(UIINPOBATH MUIIEHU BO3ACHCTBUS, KICTOTHBIC
CUTHAJIbHbIE CHCTEMBl M B3aUMOJICUCTBHUSA, KOTOpbIE
MOTYT UCIIOJIb30BaThCsl JJI TEPareBTUUECKOIO BMellla-
TEJILCTBA, ISl CO3/IaHUSI MOJIENIbHBIX )KUBOTHBIX, TT03BO-
JATh CKPUHUHT TEPANEBTUYECKUX CPEJICTB HA PAKOBBIX
KJIETKAaX C U3BECTHBIMU MOJIEKYJISIPHBIMA MEXaHU3MaMU,
JIEJTAIOIIMMHE 3TH KJICTKH PakoBBIMU. bynyT uneHTHhU-
LIUPOBATHCS TAKXKE BCE IYTH, MOCPEICTBOM KOTOPBIX
ONyXOJIM Pa3BUBAIOT JIEKAPCTBEHHYIO YCTOWYHUBOCTD.
O¢ddexTuBHag Tepamus paxka JOHKHA OBITH KOMOWHU-
POBaHHOMN, YTOOBI BO3JCHCTBOBATh HA MHOKECTBCHHBIC
MHUILICHH, YTOOBI YMEHBIIMTh HIAHCHI BO3HHUKHOBECHHS
ycroitunBocTH. Takue mpoekThl, Kak ATiac pakoBOTO
redoma (The Cancer Genome Atlas) m MexmyHapo-
ue1ii Koncoprmym paxosoro renoma (The International
Cancer Genome Consortium), K CErOJHANIHEMY IHIO
oueHb pacmupminch. [Io Mepe Toro kak reHoMukKa Oy-
JIeT BHEJPATHCS B KIIMHUYECKYIO IPAKTUKY, CIIEYET BbI-
paboTaTh MEXaHU3MBI, C IOMOIILI0 KOTOPBIX BCE 0OJIb-
HBIC PAKOM CMOTYT TOOPOBOJBLHO MPEIOCTABISATH CBOU
TEHOMHBIE U KJIMHUYECKHUE JTaHHbIE JIJISl UCTIONIb30BaHUS
B OTKPBITBIX HCCIIEI0BATENIBCKUX MTPOEKTaX. ITO MO3BO-
JUT CWJIBHO YCKOPHUTH UX mporpecc. Cu. npedvloyuyuii
paszoen u muernue R.Weinberg no smomy noeooy.

4. BaxHeHlien 3amadeil SBIISETCS HUCIOJIB30BAHUE
TCHOMHON HH(OpPMaNMK A PEKOHCTPYKIHHA C Mak-
CUMaJIbHOW JEeTaIbHOCTHIO HAMOOJIEEe CYIIEeCTBCHHBIX
COOBITHII B HJBOJIOIMM YEJOBEKA. ODTO BKIKOYAET B
ce0s aHamu3 CTPYKTYpHl JPEBHEW MOMYNSIHH YeO-
BedecTBa B A(puHKe; TOTOKOB TEHOB C apXamYHBIMHU
TOMUHUH aMU KaK HEepell, TaK H MOCIe WX MUTpAlUuU
n3 Adpuku, m BIMSHUE TO3UTUBHOW W HETaTHBHOMN
CEJIEKIIMM B HEJaBHEE W JIpeBHee BpeMs. B cruemyto-
IIyI0 JeKany OymyT coOMpaThCs TeHOMHBIC 0a3bl JTaH-
HBIX JUUIA BCEX COBPEMEHHBIX IMOMYJSALMA 4YelloBeKa,
HACKOTIA€MBIX OCTATOB TOMHHHUH ¥ YEJIOBEKOOOpa3-
HBIX 00€3bsH. BymyT pa3BUBaThCS COOTBETCTBYIOIINE
TEXHOJIOTMM aHaliu3a, B TOM YHCIE KOMIBIOTEPHBIE.
30ecv s Odonodicen ckazamo, umo sma 3a0a4d, 6 OMJU-
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yue om npeovloywux, MHe npeocmasisencs Hauboiee
PeanvHoll, NOCKONLKY OHA 8 OCHOBHOM MOXMCEM OCHOBbI-
8aMbC MONLKO HA CIMPYKMYPHOU UHDopmayuu, u 0a-
JIce 3HAUUMENbHOE YUCTO OUUOOK 6 CIPYKMYPE MOJNCEm
OKA3aMbCsi HECYUWeCmMEEeHHbIM OJisi NOCPOEHUS. IB0JI0-
YUOHHBIX 83AUMOCBA3EIL.

5. HccnenoBanue MOIYIISIPHON KJICTOUHOW OMOIOTHU
SIBIIIETCST OTHOW M3 OCHOBHBIX 3a7ad. Kak paHbIe kaza-
JIOCh HEPEATHCTUIHBIM COCTABIICHUE TIOJTHOTO KaTaiora
KJICTOYHBIX KOMIIOHEHTOB, TaK U CETOJHS TaKUM K€ He-
PCATUCTUYHBIM KAXKETCSI COCTABJIICHUE MCUEPITBIBAIOIICH
CXeMbl HMX B3auMoCBszei. OHako ceituac Tpedyercs Ha-
4aTh CUCTEMATUYECKUH aHAJIM3 3TOT0 YPOBHS OpraHu3a-
i, CucTeMa KIICTOYHBIX B3aUMOICHCTBHUI He OECKOHEY-
HO ciokHa. OHAa OpraHU30BaHAa BOKPYT OTPAHHMYCHHOTO
penepTyapa KISTOUYHBIX MOTYJEH, TOBTOPHOE UCTIOIH30-
BaHME KOTOPBIX SIBJISITCS. OJTHUM M3 OCHOBHBIX HPUHIIH-
IOB SBOJIIOLIAU. DTH MOIYJIH BKIIFOYAIOT KOMIUIEKCHI Oell-
KOB, METa0OJIMYEeCKHUE ITyTH, LIUC-PETYISTOPHBIE CUCTE-
MBI B3aUMOJICHCTBUI U CUTHaIBHBIE ceTh. CocTaBieHne
MTOJTHOTO Karajora 3THX MOMYJIEH CBSI3aHO CO MHOTUMHU
mpodJieMaMH | TOTpeOyeT Pa3BUTHUS HOBBIX ITOIXONOB.
besycnosno, makyro 3a0auy nysxcno cmasums, u 8 npoyec-
ce ee peutenus OYOYm paseusamspCs COOMEEmcmsyouue
n00xo0bl. OOnako KoHeyHblll ee ycnex — 0eno 00Cmamou-
HO 0mOanenrHo2o 6yoyueo, 8psaod Jiu MOJICHO 0HCUOAMb
€20 8 CLedywyo 0exkaoy.

6. MBI JOJDKHBI HAYYUTHCS MPOTPAMMHPOBATH KIIET-
KM C TAaKOM e JIErKOCThbIO, C KaKOH MbI NPOrpaMMU-
pyeM KoMmmbioTepsl. OCHOBBI YK€ OBLTH 3aJI0KCHBI
— OBUIO CHIENaHO OTKPBITHE, YTO B3POC/Ash COMAaTHYe-
CKasi KIIETKAa MOXET ObITh IepernporpaMMUpoOBaHa B
TUTFOPUITIOTEHTHYIO KJIETKY, MOAOOHYHO CTBOJIOBOM, KO-
TOpas 3aTeM MOXeT OBITh TpeBparieHa B nuddepeH-
[IUPOBAaHHYIO KIIETKY IPYroro THUIA, YEM HCXOIHAs.
30ecb modrcHO ¢ y8epenHOCmbIO CKA3aMb, YMO MOYHO20
COOMBEMCMBUA 2EHOMO8 UCXOOHOU KIemKU U nepenpo-
2pamMmMuposantol ne modxcem ovimeo. Ilepenpocpammupo-
8aHHAA KemKa oba3amenvbHo 6yoem cooepicams KaKoe-
Mo 4ucio mymayuil, GO3HUKAIOWUX CIOXACMUYECKU U C
Henpeockazyemvim 3hghekmom na (penomun HO8oU Kiem-
Ku. 30ecv pabomaem ¢hynoamenmanvbHulil 3anpem Ouo-
Jl02UU HA CYUecmeosanue 08yxX OOUHAKOBLIX CIONCHLIX
ouonoeuueckux cucmem [33].

7. Hakonen, pyHgamMeHTanbHbIe HAYKH JJOJIKHBI HC-
MOJIb30BaTh TEHOMHYI0 WHQGOPMAIUIO JJIsi Pa3BUTHS
TEepaneBTUYECKUX HayK, HCIOJb3ys HEOPTOHOKCAIb-
HBbIE TIOJXOJbI. JlJI1 9TOTO HY)KHO PAacCTHTh HOBYIO Te-
HEpaIlHio MOJOIBIX yueHbIX. KifoueBsie 3a1aun 31ech
BKJIFOYAIOT: CO3/IaHHME OOJBIIMX OMOIMOTEK HHU3KOMO-
JICKYJSIPHBIX COCJMHEHHH, KOTOPBIE MOTYT OBITh HC-
MOJIb30BAHBI JJIsi CKpUHUHTA OMOJIOTMYECKH aKTUBHBIX
KaHJIMJIaTOB B JIEKAPCTBA; HHTCHCHBHBIC METOIBI (PeHO-
THUINIAYECKOTO aHaJIn3a, UCIIOIb3Ys TEHOMHBIE ITOIX0/IbI
JUIsL OBICTPOTO BBISBICHHS MOAYIATOPOB KIIETOYHBIX
MPOIIECCOB, M CHCTEMATHYCCKHE METOMBI HaXOXKIe-
HUsI OENKOBBIX MHUIIEHEH W MEXaHW3MOB JEWCTBHUS
BBISIBJICHHBIX IMOTCHIMAIBHBIX JEKapCTB. PeBororus
B MEJMIIMHE NOTPeOyeT MHOTHX JIeKaJl, YTOOBI MOITHO-
CTBIO CBEpPIIMTHCS. [ €HOMUKA TOIBKO €Ille Havalia mpo-
HUKaTh B OMOMEIMIMHCKHE HCCelNoBaHus. Mbl He
JIOJKHBI 00emaTh OBICTPBIX yCIexoB. B To xe Bpems
MBI HE JIOJIKHBI TEPSITh YBEPECHHOCTh B KOHEYHOM yCIIe-
X¢ TCHOMHOW MEIUIINHEI, KOoTopas OyaeT mpeodpakarh
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3/IpaBOOXpPAaHEHUE IS HAIIUX JeTed M JIeTed Halux
JEeTeH.

Omo oueHnvb akkKypamuwlii n00X00, HOIHOCIbIO OM-
auyarowutica om gangap, conposodxicoasuux pac-
wudposky eenoma yenosexa. Toeoa obewanu wyms au
He HeMeONeHHYI0 PeBONIOYUI0 8 30PA600XPAHEHUU, KAK
6bl Mo2nu npovecms 6 unmepevio E. Green.

Ha stom E. Lander 3akanumBaet cBOM 3aa4u U Ipo-
rHO3bI. OH €CTECTBEHHO OTPaHWYIMBAETCSI TEHOMOM YeJo-
BEKa.

Bot niaHbl ¥ IPOTHO3bI U3 LIMTUPOBAHHOW B IIEPBOU
YacTH CTaTbH [5]:

1. OnHOI U3 OCHOBHBIX MPOOJIEM, KOTOpas KacaeTcs
MHOTHX O0JacTeil, cTaHeT WHTErpalis MacchBa psja
TAHHBIX, TCHEPUPYEMBIX HOBBIMHU TIOKOJICHUSIMHA METOJIOB
cexsernpoBanmsg (HIIC) (next generation of sequencing,
NGS).... lpyroii npoOnemoii sSBIIeTCs BBIXOA 3a Mpe/e-
JIBI CTaTHYECKOTO B3IVIsIIa, KOTOPBIC MAIOT JaHHBIE OIpe-
JICJICHUS CTPYKTYP F€HOMOB.

2. HecMoTps Ha AOCTUKEHUSI B TEHOMHBIX TEXHOJIO-
TUX B TEUCHHE TIOCTIeTHEN JIeKalbl, CYIIECTBYET TOJIBKO
HeOOIbIIIOe YHCIIO YCIEIHBIX WACHTH(PHUKAINN (HyHK-
[IMOHANFHBIX TCHETUYCCKUX BAapHUAHTOB, KOTOPHIC HIpa-
IOT POJIb B CIIOXKHBIX MPU3HAKAX, TAKUX KaK POCT, JAHA-
0eT, CcepAeYHO-COCYANCThIC 3a00JIeBaHUS WU ayTH3M.
MHorue u3 JIOKyCOB, WACHTH(UIIMPOBAHHBIE UCCIIEI0-
BanusiMu [ITA (GWAS), mnpenctaBisioT TOJNBKO OO
(PEHOTHITMYECKUX BApUAHTOB M pHUCKa 3a00JIeBaHMS.
B OompmmHCcTBE CitydaeB (QPyHKIIMOHATBHBIE OHMOJIOTH-
YeCKHEe BApPUAHTHI eIle He WACHTU(MUIIMPOBAHBL Takum
o0pazoM, KJII0UYEBOM 3a7aueit B OyayIieM cTaHeT oOHapy-
KCHHUE «HACIEAYeMOCTH», MPOMYIICHHON PU UCCIEN0-
Banusx [1T'A.

3. OcHOBHOM 3ajaueil CTaHET YCTAaHOBUTH KOppeEsi-
[IUI0 M3MEHEHUH AKCIPECCHU T'eHa U ero (pyHKIWH ¢ Ba-
puanusmMu reHoma. HeGompIime pazaudus B 9KCIIPECCun
1 QyHKITUN HEKOTOPBIX TEHOB MOTYT IPUBOIUTH K CTICTIH-
(bUIEeCKUM KICTOYHBIM (PEHOTHIIAM, KOTOPBIC OKA3BIBAIOT
OUCHb BaYKHOE IJICHOTPONHOE JCHCTBHE HA pa3BUTHE, a
TaKk)Ke Ha BOCIIPHUMYHBOCTD M YCTOHYMBOCTB K 3a00J1e-
BaHUSIM.

4. B 11e10M MBI HE TOJDKHBI OKHIATh YIYUIICHUS 3710~
POBBS 3a CUET MOJTYYEeHHBIX HAa OCHOBE T€HETHYECKUX U
TCHOMHBIX JTaHHBIX 3HAHUN MEXaHW3MOB 3a00JIeBaHUS
opicTpee, yeM uyepe3 20 neT. TO MyTh OT BBISBICHHO-
r0 MOJICKYJSIPHOTO MEXaHU3Ma J0 OIOOpPEHHOTO JeKap-
CTBEHHOT'O CpPE/ICTBA.

5. CI0)XKHOCTh TPAaHCKPUIITOMOB, IPOTEOMOB U HH-
TEPaKTOMOB BBISIBHJIA B ITOCIICIHIOI0 JIEKaIy HX CBS3b
¢ KJlaccmuecknuMHu mpobnemamu. CTo JIET CITycTs Tmocie
Wilhelm Johannsen (1857—-1927, naTckwmii 60TaHuK, hu-
3HOJIOT U TeHETHK, KOTOPHIN BBEJl TEPMHUHBI «T€HOTHUI U
(heHOTHII») B3aMMOOTHOLICHHUS MEXKIY TCHOTUIIOM H (e-
HOTHIIOM OCTAIOTCSI JAJIEKHUMH OT IOJIHOTO MOHUMAaHHUSI.
Crnenyromas fekaja IpUHECET HOBBIE MOMBITKU CBA3aTh
TeHOTHITBI U ()EHOTHIEL... TeCHO CBA3aHHBIE OMOJOTH-
YecKre KOMITOHEHTHI 00pa3yIoT CI0XKHbIE, TMHAMUIHBIE
U JIoTHYecKue ceTu (networks) mimm cucTeMbl, KOTOPHIE
MIPOSIBIIIOT BOSHUKAIOIINE B MPOIIECCE UX 00pa3oBaHUS
(emergent) cBoiicTBa. DTH CBOMCTBA HEMPEICKA3yEMBI.

6. B obOmactu MEIUIMHBI C TEXHOJOTHEH, KOTO-
PYIO MBI IM€EM ceifdac, Mbl CIOCOOHBI pacuIn(poBaTh
MOYTH BCE HM3BECTHBIE MOHOTCHHBIE 3a00JIeBaHUA W,
(doxycHupysich Ha pa3BUTHH 0OoJiee COBEPIICHHBIX WH-
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TErpaTUBHBIX aHAJIN30B U MHCTPYMEHTOB, HAUHEM Ha-
KaIUIMBaTh OoJiee MOJIHOE TOHMMAHHUE CIOXKHBIX 3a00-
JIeBaHUH, BKIIIOUAsl paK.

7. MBI yBUIUM HEKOTOpBIE BECbMa BIEUATIIAIOILNE U
BO)XHBIE JOCTH)KEHUS B HAIlleM MOHMMaHUHU IMPOIECCOB
pa3BUTHS U MEXaHU3MOB OOJI€3HEH, UTO MOCTABUT MEpe]
HaMH{ HOBBIC MPOOJIEMBI.

8. CnemyeT 0XHJAaTh CYLIECTBEHHBIX YCIIEXOB B
OMOJIOTHN Pa3BUTHA, B KOTOPOH M3Y4YCHHE PEryNATOp-
HBIX MEXaHN3MOB, KOHTPOJIHPYIOMIUX COCTOSHUE KIIET-
KH, OyZeT IPOI0IDKaTh JJaBaTh HOBBIE M HEOXKHTaHHbBIE
OoTKpeITHA. Hampumep, HemaBHee HOBOE MOHUMaHHUE
MPOLIECCOB TOJAaBICHUS AaKTUBHOCTH TE€HOB, KOTOPOE
KPUTUYHO JUIsl OTIpeAesIeHNs U MOAJIepKaHUs COCTOs-
HUS KJIETKH, MPEeAINonaraer, 4To B 3TH MPOLEcChl ya-
CTO BOBIIeYEHbI MoJieKysbl Hekoaupytome PHK (Hk-
PHK). MHoroe eme ocraercs y3Hath o reHax HK-PHK
geaoBeka U QYHKIHIX pa3NIudHbBIX KiaccoB HK-PHK B
KJIeTKax pasHoro Tuma. [IoCckoIbKy HEKOTOpHIE pery-
asitopHble HK-PHK sBIIIOTCA KOPOTKO KUBYIIMMU, HX
UACHTUGUKAUS U ompeseieHne MX (YHKUMH mpen-
CTaBJIeT NpobIeMy.

9. Ilepen OMOMEAMLIMHCKUM COOOIIECTBOM CTOST IO
KpaifHeil Mepe Be OCHOBHBIE TpoOnemsl. [lepBas — Ha-
4aTh MPOLECC, HANPABICHHBIH Ha MMOHWMaHHWE TOTO, KaK
~1500 (hakTOpOB TPAHCKPHIIIIUHN YETOBEKa KOHTPOIUPY-
IOT COTHHM COCTOSTHMH KJIETKH, KOTOpPBIE HMEIOTCA y de-
JoBeka. Bropas — y3HaTh, Kak MOAM(HULIUPOBATH AKTHB-
HOCTH ()aKTOPOB TPAHCKPUIILIUH, UCIIOIb3Ys Majble MO-
JIEKYJIBI, TIOJTyYeHHBIE XUMHYECKH.

Bot Takre MHEHHSI OTHOCHTEIHHO MEPCIEKTHB Pa3BH-
TS UCCIIEIOBAHUM YEJIOBEKA B CIEAYIOIIHE JIET ACCSTh.

Ho makcuManbHOTO () eKTa TeHOMHOM PEBOIIOIUT
CIIelyeT OKUaTh B Te€X OOJIACTSX, I7l€ MBI HMEeM JeJI0
C OpraHu3MaMH, UMEIOIIMMU OTHOCHUTEIBHO MPOCTOMH
reHoM. Takoll kak y BUPYCOB (I€CATKH-COTHHU ThICAY
HYKJICOTHHBIX 3BEHbEB), OakTepuil (HECKOJIBKO MHJI-
JIMOHOB TIap OCHOBAaHWH) WM APONOKEH C HECKOIBKUMHU
JeCATKaMH MIJUTHOHOB Tap OCHOBAaHWH ¢ MHUHHMAllb-
HBIM KOJINYECTBOM MOBTOPSIOLINXCS 3JIEMEHTOB. DTO
KacaeTcsl pa3IuvHOro poja MaToreHoB. B 3Toif oOma-
CTH TIOJIHOTEHOMHOE CEKBEHMPOBAHUE AECHCTBUTEIBLHO
obemaer npeodpa3uTh chepy Tepanuu U IUArHOCTUKU
[34], cozmanus 3(p(PEKTUBHBIX BaKIWH, UCCICIOBAHUC
Pa3TMYHBIX CUMONOTHYECKNX CBsI3€H, IBOIIOIMIO ITaTO-
TeHOB BHYTPH X03€B, CTPYKTYPbl MUKPOOHBIX ITOIYIIS-
[WH, B TOM YUCJIE MUKPOOHOMOB uenoBeka [35]. MoxkHo
TBEPJI0 HAZIEATHCS, YTO MBI CTAHEM CBHJIETENIIMU PEBO-
JIOUMU B AMATHOCTHKE, TEPANUH U NPOPHUIAKTHKE MH-
(heKITMOHHBIX 0OJIC3HEH.

3akiouenue. Uuraressim :KypHaJia

S meITancs nate MO BO3MOXKHOCTH OoJiee IIHMPOKYIO
KapTUHY COOBITHH, KOTOPBIE Pa3BOPAYUBAINCH B ITOCIE]I-
HHE ToJbl B 00JIaCTH MOJICKY/ISIPHOM TeHETHKHU, B OCHOB-
HOM Y€JIOBEKa, IIOCKOJIbKY 3TO OJIMKEe K MOMM COOCTBEH-
HBIM uccienoBanusM. Kapruna, 6e3ycinoBHO, HEHOJIHAS,
HO 51 HaJIEI0Ch, YTO OHA JAeT NMPEICTABICHNE O TUHAMUKE
Hameil Hayku. XOTenoch OBl Takke HaJesThCs, YTO YH-
TaTeJ M HAIIero KypHaja OylyT UMETh BO3MO)KHOCTb HE
TOJIBKO HAOJIONATh 3a IPOUCXOASIIMMU COOBITUSIMU, HO U
aKTMBHO B HUX y4acTBOBaThb. CTpaHUIIbI HALLETO KYpHa-
J1a OTKPBITHI U1 IyOJIMKaLUK BalllUX OCTHKCHUH, naen
U PA3MBIIIJICHUH.
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