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25 anpend Tenepb y>Xe ganekoro 1953 r. XXypHan Nature
onyonukoBan HebobLUOE MMCbMO MOSIOAbIX U HAKOMY
HenseeCTHbIX ©.Kpuka n [IX.YOoTCOHa pegakTopy XypHana,
KOTOpoe HavynHarnocbh crioamu: « Mol XoTenn bl NPeanoXnuTb
cBOU coobpaxkeHna no nosoay CTpykTypbl conn JHK. OT1a
CTPYKTYpa UMeEET HOBblE CBOWUCTBA, KOTOPbIe NpeaCTaBnAoT
BonbLLION BMONOrN4YEeCcKUn MHTEPEC.

CtaTtbs cogepxana okono 900 cnos, HO — N 3TO He
npeysernnyeHne — Kaxgoe n3 HMX ObIS10 Ha BEC 30s10Ta.

«EplumncTtas monogexb» nocMesna BbICTYNUTb MPOTUB
HoOeneBckoro naypeara Jlannyca NonunHra, aBTopa 3HaMEHUTON
anbda-cnmpanu oenkos. [NonuHr bykBarbHO HakaHyHe
onybnukoBan ctaTbio, cornacHo kotopoun OHK npeacrasnana
cobou TpexuenovevHyro cnupanbHy CTPYKTYpY, Hanogobue
NeBUYbEN KOCHI.

Torga HUKTO He 3Han, 4To Yy NonuHra 611 NPOCTO HEAOCTATOYHO
OYuLLEHHbIN MaTepuan. Ho u INonnHr okasanca otyacTu npas —
cenyac TpexuenoyYe4HOCTb HEKOTOPbIX YH4aCTKOB HaLLUX reHOB
XOPOLLO N3BECTHA.

710 cBomcTBo AHK gaxe nbiTanmcb 0AHO BpeEMS 30Ba




HemMHOro ucropuu

« Hay4Hoe coobLuecTBO, 04HaKo, HE cpasy NpuU3Harso
V‘) oTKpbITUE ®.Kpuka n [1>K.YoTCOHa.

« [ocTtaTo4yHO cKasaTb, YTO CHadana Hobenesckyto NpemMuto
3a pabotbl B o6nactn AHK «cyabn» n3 Ctokronbma
npucyamnn B 1959 r. N3BECTHLIM aMePUKaHCKUM
brnoxmummnkam Cesepo O4voa n Aptypy KopHbepry.

* Ovyoa b6bI1 NepBbIM (1955), KTO cymen CUHTE3NPOBaTb
pnboHyknenHosyto kucnoty (PHK).

» KopHOepr ke nony4un npemuto 3a cnHtes JHK B
npobupke (1956).

B 1962 r. HacTtan Yepeq Kpuka 1 YoTcoHa.
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HemMHOro ucropuu

» [locne oTKkpbITMA YoTCcOoHa 1 Kpuka BaXkHeuLleun
npobriemMon ctano BbISIBIIEHWE COOTBETCTBUS MeXOY
nepBUYHbIMM cTpyKTypamm [HK n 6enkos.

» [lockonbky B cocTaBe benkoB oOHapyxusaetcs 20
aMMHOKWMCIOT, a HYKIeMHOBLIX OCHOBaHUN BCero 4, To angd
3anucm nHgpopmaumm o rnocrieaoBaTesibHOCTH
aMUHOKUCIIOT B NOSMIMHYKNEOTUAax HEOOX0AMMO HE MEHEE
Tpex OCHOBaHUW.

* Ha ocHoBaHUM Takmx obLWMX paccy>XOQeHUN BapuaHThI
«TPEXOYKBEHHbIX» TEHETUYECKNX KOLOOB NPEeasioXunm
domsuk [.'amoB n 6uonor A.Henndax. OgHako nx runoTes.l
ObISIN YNCTO YMO3PUTENBHBLIMU N HE BbI3Bann 60MbLLONo
OTKIIMKa cpean yYeHbIX.

* TpexbyKBEHHbLIN reHETNYECKUN Ko K 1964 T.
pacwundgpposan ®.Kpuk. Bpaa nv oH Torga npegnonaran,
4yTO B 0603pMMOM OyayLLEM CTAHET BO3MOXHOM
pacwmdpoBka reHoMa YerioBeka. JTa 3agada 4osiroe
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A BOT reHOM nNpo4unTaH

w « 3aBeplueHmne paboT no pacwmdpoBKe reHoma

YyenoBeKka KOHCOPLMYMOM YYEHbIX
nnaHupoBanochb K 2003 r. — 50-neTuto OTKPbITUA
cTpykTypbl QHK. OgHako KOHKypeHUUa ckasana
CBOE CI10BO 1 B 3TOM obnacTu.

* Kpeur BeHTep ocHOBan 4YacTHYK KOMMaHUKO
«Cenepa», KoTopasi NpoJaeT reHHble
nocnenoBaTenibHOCTU 3a DonbLUNE OEHBLIN.
BKnoymMBLLUMCE B FOHKY MO pacLIMdpOoBKe reHOMa,
OHa 3a OOWH rog caenana 1o, Ha vTo y
MeXOyHapo4HOro KoOHcopLUnyma y4YeHbIX 13
Pa3HbIX CTPaH YLUSI0 AECATb NET. ATO CcTasno
BO3MOXXHbIM Onarogaps HOBOMY METOAY YTEHUS
reHeTUYEeCKNX nocrieaoBaTeribHOCTEN U
MCMOoS1Ib30BaHMIO aBTOMaTM3aLUun npoLecca
YTEHUS.




A BOT reHOM nNpo4unTaH

\\) * LTak, reHom npo4yntaH. Kaszanocb 6bl, HaOo0

pagoBaTbC4, HO YYeHble NPULLINN B
HeJOoyMeHUeE: y>X O4eHb Maro reHoB
OKasanocb Yy YenoBeka — NpUMEPHO B Tpu
pa3a MeHblle, YeM oxmnganockb. PaHblue
aymarnu, YTto reHoB y Hac okosno 100 TeiC., a
Ha caMOM Aefie X okasanocb OKOJ0 35 TbIC.
Ho ga)ke He 3TO caMoe rnaBHoe.

 HegoymeHue yYeHbIX MOHATHO: Y
Opo3odunbl 13 601 reH, y Kpyrmnoro
NOYBEHHOIO YepBA — 19 ThIC., Y ropynLbl —
25 TbIC. reHoB. CTOsb Maroe KofM4yecTBo
reHOB Yy YerioBeKka He NO3BOJIAET BblAENUTL
ero 13 XMBOTHOIO LlapcTBa K cuYUTaTb

«BeHLI,OM» TBOPEHUA.




A BOT reHOM nNpo4unTaH

V‘) * OcHoBHY YacTb HK Hawmnx xpomocom

3aHUMAaIOT NMYCTbIHHbIE YYACTKU U TaK
Ha3blBaeMble TaHOEMHbIE NOBTOPbI. B NYCTbIHHBLIX
yyYacTKkax MPOCTO-HaNpOCTO He 3aKoaMpoBaHO
HUKaKNX reHOoB, a NOBTOPbI OECCMbICIIEHHbI U
crnenyoT Apyr 3a gpyrom Hanogobue
BeriocunenoB-TaHOEMOB, OTKy4a U NMOSTyYUnm
Ha3BaHue. [1IHK noBTOpOB Ha3bIBAIOT TaKXe
napasntnyeckoun. Takoe npespuTenbHoe
Ha3BaHMe OHa nosly4yuna 3a 1o, YTO HUYEro He
Oenaet B reHoMe, 0gHaKo COXpaHAeTca U
yBenmM4YmMBaeT Maccy XpOMOCOM.

« 3aTo TaM, rae pacrosnaratoTca reHbl, akTUBHOCTb
[OHK n goepmMeHTOoB, CUHTE3UPYIOLWLNX ee KoMK B
BuAe monekyn nHgpopmaumoHHon PHK,
noBblLLIaeTcda B 200—800 pa3! 310 — «ropavume

L Agiiegua




A BOT reHOM nNpo4unTaH

w « B reHome yenoBeka y4eHble HacumMTanm 223 rexa,
KOTOpPbIe CXOAHbl C reHaMM1 KULLEYHOWM NanoYKu.
KniieyHasa nanoyka BO3HUKNA NPUMEPHO 3 Mnpa. NeT

Has3an.

« 3ayeM HaM Takue «gpeBHUe» reHbl? Buanumo,
COBPEMEHHbIE OpraHn3Mbl yHacneaoBanv oT Npeakos
Kakne-To doyHAaMeHTarnbHble CTPYKTYPHbIE CBONCTBA
KNEeToK 1 OMoXnMmnyeckme peakLmmn, ans KoTopbix
HeobXxoauMbl COOTBETCTBYHOLLIME BEnKW.

* HeT Nno3ToMYy HMYEro yamBnTENbHOIO N B TOM, YTO
norioBnHa 6enkoB MiekonuTaLWmMx UMEKT CXOOCTBO
aMUWHOKUCINOTHbIX NnocriegoBaTernbHocTeNn ¢ benkamu
MYXU1 Opo30duribl. B KOHLE KOHLIOB Mbl AbILLMM OAHUM U
TEeM e BO3[yXOM 1 NoTpebnsem XnMBOTHbIE U
pacTuTernbHble OEnKN, COCTOSAILLME N3 OOHUX U TEX XKe
aMWHOKNCOT.

* YAUBUTENBLHO, YTO C MbILbIO Mbl UMeeM 90% 0OLLMX

JEHOB; a C lunMnaH3e — BoOOLLE 99%! -
W/ T " ,




A BOT reHOM nNpo4unTaH

Vv o

V | ﬁibko BHOKMPOBaTL arpeccuBHbLIE PETPOBUPY.
M ATb» HY>XXHblE N'eHbl, A T
l’/‘v.m - . g }\I,‘

B Hawem reHoMe MHOro nocnegoBaTeribHOCTEN, AOCTaBLLUMXCA
HaMm B «HAcneacTeo» OT PETPOBUPYCOB. 3TN BUPYChI, K
KOTOpbIM OTHOCATCA BUpychl paka n ClliAa, smecto AHK B
KayecTBe HacneacTBeHHoro marepuana cogepxart PHK.
OCcoBEHHOCTBLIO PETPOBUPYCOB ABIIAETCS, KakK y>Ke roBOPUIIOCh,
Hannyme obpatHomn TpaHckpunTtassbl. [Nocne cuHtesa AHK no
PHK Bupyca BupycHbi reHomM BcTpauBaeTcda B JHK xpomocom
KNeTKu.

Taknx peTpoBUPYCHLIX NocrieaoBaTenibHOCTEN Y HAC MHOTO.
Bpemsi OT BpeMEHU OHU «BbIPbIBAKOTCA» Ha BOSHO, B
pe3ynbTaTe Yero BO3HWKAET pakK (HO pak B MOSIHOM
COOTBETCTBUN C 3aKOHOM MeHaena nposendaeTcs NULlb Y
pPeLEeCCUBHbBIX TOMO3UTIOT, T.€. He bornee Yem B 25% criy4yaes).
CoBceM HeiaBHO ObINO caenaHo OTKPbITUE, KOTOPOEe
NO3BOSIAET MOHATb HE TONbKO MEXaHN3M BCTpanBaHUS
BUPYCOB, HO N HAa3Ha4YeHNe HeEKOOMPYHOLLNX
nocneposBartenbHocTen JHK. Oka3zanock, 4To Ans
BCTpanBaHus BUpyca Heobxoanma cneumndpunyeckas
nocrnenoBaTenbHOCTb U3 14 BYKB reHETUYECKOro Koga. Takmm
obpasom, MOXXHO HaeATbCH, YTO BCKOPE YYEHbIE Hay4aTc




A BOT reHOM nNpo4unTaH

\\) » K.BeHTep roBopun, 4TO NOHMMaHME reHoMma

noTpebyeT coTHU NeT. Beab Mbl 40 cnx Nop He
3HaeM oyHKUKUIM 1 ponn bornee 4em 25 TbiC. reHOB.
N naxe He 3HaeM, Kak noaCcTynUTbCS K PELUEHUIO
9TOM 3aa4u, NOCKOSIbKY OOMNbLUMHCTBO rEHOB
NPOCTO «MOMNYUT» B FrEHOME, HUKAK cebst He
NposABnAS.

« Cnepyet yunTblBaTb, YTO B reHOMeE HaKOMuI1oCb
MHOXXECTBO NnceBaoreHoB U reHoB-
«NepeBePTLILLEN», KOTOPbIE TaKXe HEaKTUBHDI.
[Toxoxe, YTO HekoaupyroLmne
nocrnenoBaTeribHOCTU SABASAOTCH Kak Obl
N30NATOPOM aKTUBHbIX TEHOB. B TO )Xe BpeMs, XOTH
reHOoB Yy HacC U He CMNULLKOM MHOIO, OHM

\ o obecne4vynBatoT CMHTE3 A0 1 MITH (!) camMbiX pa3HbIX

bernkoB. Kak ke 3To JoCTUraeTcs npu Takom

aHUYEHHOM Habope reHoB.
Ry AR "iliacore eHoe-




A BOT reHOM nNpo4unTaH

\\’ * Kak okasanochb, B HalleM reHoMe CyLlecTByeT

cneunanbHbI MEXaHU3M — anbTePHaTUBHbIN CMTAUCUHT.
3aKro4aeTcd OH B criegyrouwem. Ha matpuue ogHom m
Toun xe [JHK nponcxognT cuHTE3 pasHbIX
anbrepHaTtuBHbIX N-PHK. CnnancuHr n osHavaer
«pacLuensieHme», korga obpasyoTcs pasHble MOMeKy bl
PHK, koTopble Kak 6bl «pacLlennstoT» reH Ha pasHble
BapuaHTbl. ATOT NPUBOANT K HEBOOOpa3nmMomy
pa3Hoobpa3nto benkos npu orpaHNYeHHOM Habope
reHoB.

* DYHKUMOHNPOBaHNE reHoOMa YernoBeKa, Kak N BCEX
MINEeKoNUTarLWmX, perynmpyeTca pasfimyiHbIMu
TPaHCKPUMNLUMOHHBbIMU chaKkTopamu — cneuuanbHbIMK
benkamu. 3Tn Benkn CBA3bLIBAKOTCA C PErYNATOPHOM
4YacTblo reHa (NPOMOTEPOM) 1 TakuM 0bpa3om
PErynMpyoT ero akTMBHOCTb. OgHN N Te Xe paKkTopbI
MOTYT MO-pasHOMY MPOosABATEL CEOSA B padHbIX TKAHSAX. Y
YyeroBeKa ECTb CBOM COOCTBEHHbLIE, MPUCY

e TONbKO -
V‘ w AUMOHHbIE (haKTOPBbI. BblﬂB%
l /e T reHoMa eLLe TOJ




‘« '6onee OPEBHUIM B, U K TOMY Xe ropasgo |
or % cno CHI1 npu cpaBHeHU
L/™ p  “eugporchiygii,ucrio CHI npn cp

CHIN

CyuiecTByeT U eLle oguH MexaHNU3M reHeTU4YeCKoro
pa3HOOoDpa3suns, KOTOPLIN BbISIBUICA TOMNBLKO B rpouecce
NPOYTEHNSA reHOMa. OTO CUH2YMAPHbIU HYKI1eOmMUOHKIU
rnosiuMopghu3M, Nnn, Tak HasbiBaemMble paktopbl CHI.

[TonumopdPr3MOM B reHETUKE Ha3bIBAKOT CUTYyaLMIO,
Korga reHbl O4HOro U TOro Xe npu3Haka CyLeCTBYHOT B
pas3HbIX BapunaHTax. [lpumepom nonmmopdousma, unu,
OPYrMMn crioBaMmn, MHOXECTBEHHbIX anneneun, cryxar
rpynnbl KPOBW, Korga B 04HOM XPOMOCOMHOM fOKYyce
(yqac(:)TKe) MOTlyT HaXoOUTbLCA BapuaHTbl reHoB A, B
nnun O.

CUHIrynsipHOCTb Mo-NaTblHM 03Ha4YaeT OgMHOYECTBO, YTO-
TO eanHcTBeHHoe. CHIT — 310 nameHeHmne «OyKBbI»
reHeTu4yecKoro koaa 6es «nocneacTenn Anst 300POBbSI».
CuutaeTtcs, uto y yenoseka CHI'1 BcTpevaeTcs C
yacTtoToun 0,1%, T.e. KaXKabIN YEenoBEK OTNINYaEeTCS OT
OpYrux ogHUM HYKITIEOTUAOM Ha KaXKAyH ThiCAYy
HYKI1IEOTMOOB. Y LUMMMNaH3e, NnpeacTaBnsaowen cobon




CHIN

* Ho v npaktnyeckoe 3Ha4veHne CHI1 Benuko. Bo3aMOXHO, HE BCE 3HAIOT,
YTO CEerogHsa camMmble pacnpocTpaHeHHble fiekapcTBa 3PJEKTUBHBI HE
bonee yem ana 4yeTsepTn HaceneHusi. MMHMManbHble reHeTUn4YecKne
oTnn4yus, obycnosneHHble CHI1, onpegenstoT acdopeKTUBHOCTb
NeKapCTB N NX NEPEHOCUMOCTb B KaXXKOOM KOHKPETHOM cry4vae. Tak, y
bonbHbIX Anadetom BbisBUNU 16 cneundudeckmnx CHI1. Becero npwu
aHanuse 22-U XpoMocoMbl onpeaenunu mectononoxexHue 2730 CHI. B
OLHOM U3 reHOB, KOAMPYIOLLNX CUHTE3 peLlenTopa agpeHarnmHa,
BbisiBrieHO 13 CHI'1, koTopble MOryT KOMOMHMpPOBAaTbLCS APYr C APYrowMm,
nasad 8192 pasnunyHbIX BapuaHTa (rannotuna).

« Hackonbko ckopo 1 MNOMHO HAYHET UCMONb30BaTbCS NOMy4YeHHas
NHpopMaLusi, NMOKa He cCoBCeM ACHO. [Noka e npuBeaem elle OanH
KOHKPETHbI NpUMep.

« Cpeaun acTMaTMKOB JOBOSILHO NOMYNAPHO NekapcTBO andyTtepon,
KOTOpPbIN B3aMOLENCTBYET C yKa3aHHbIM PeLLenTOpPOM agpeHanuHa u
noaaenseT npuctyn yaywbed. OgHako n3-3a pasHoobpasust rannoTunos
Noaen NekapcTBo 4ENCTBYET HE Ha BCEX, 8 HEKOTOPbIM BOMbHBLIM OHO
BOOOLLE NpoTuBonokasaHo. 3T1o obycnosneHo CHII: ntoan ¢
nocnegoBaTenibHOCTbIO 6ykB B ogHOM 13 reHoB TUTLL (T-TumunH, LI-
LMTO3UH) HE pearupyoT Ha anbyTeporsi, ecrin e KOHLEBOW LMTO3NH
3amMeHeH Ha ryaHuH (TUTLUI), To peakuus ectb, HO YacTudHasa. [ns
nogen xe ¢ TMAMMHOM BMECTO KOHLEBOIO LIMTO3MHA B 3TOM yYacTKe —
TUTUT — nekapcTBO TOKCUYHO!




[lpoTeoMuka

“ e OTa COBEPLUEHHO HOBas oTpacsib buonoruuy,

n3y4varoLasa CTpyKTypy 1 oyHKUUN BENKOB U
B3aMMOCBSA3U MeXOy HUMKW, Ha3BaHa No aHanormmn ¢
reHOMMKOWN, 3aHMMaBLLUENCA rEHOMOM YernoBeKa.
Camo poXxaeHue nNpoTeEOMUKN YKe OOBACHSIET,
3a4eM HyXHa bbina nporpamma « eHoOM YerioBekay.
[TosscCHUM Ha npumMepe NepcrnekTuBbl HOBOIO
HanpaBreHus.

B nanekom 1962 r. BMmecTe C YOTCOHOM U Kpnkom B
CToKronbm ObInn npurnaweHbsl n3 Kembpuaxa
[xoH Kangpbto n Makc lNepyTtu. OHKU Obinun
yOoCToeHbl HobeneBckon npemMmnm no Xmmmn 3a
BNepBble OCYLLECTBNEHHYO pacLUNdPOBKY

? TPEeXMepHOW CTPYKTYpbl 6ENKoB MUOrnobunHa u

reMmornobuHa, OTBETCTBEHHbIX 3a NEPEHOC
KNCROpPOAda B MblLLLIAX U 9pUTPOLIMTaX

TP el




[lpoTeoMuka

“ « [lpoTeomMuKa No3BOSIAET YCKOPUTb U yOELLEBUTL 3TU

paboTbl. K.BeHTep oTMeTun, 4To OH 10 NeT noTpaTus Ha
BblOeneHne u cekBeHMpoBaHWe reHa agpeHarnmmHoOBOro
peuenTopa YenoBekKa, Tenepb Xe ero nabopatopud
TpaTuT Ha 310 15 C. ELle B cepennHe 90-X IT. HaxoXxaeHue
«agpeca» reHa B XpoMocomMax 3aHMMarso 5 feT, B KoHLUe
90-x — nonroga, a B 2001 r. — oaHy Henenw! Kctaty,
YCKOPEHUIO onpeaeneHna nonoXeHns reHa nomoraet
nHpopmauua o CHI1, KoTopbix cerogHa HacYMTbIBaKOTCH
Y€ MUNMUOHBI.

* AHanus reHoma nossonun Bolaenntb reH ACE-2, koTopbin
KoanpyeT bonee pacnpocTpaHEHHbIN N 3PAEKTUBHbBIN
BapuaHT doepMeHTa. 3aTem Obina onpeaerneHa
BUpTYyanbHasa CTPYKTypa OefikoBoro npoaykTa, nocrie
4yero nogodbpaHbl XMMUYECKMNE BELLECTBA, aKTUBHO
CBsi3blBalOLLNECS C oenkom ACE-2. Tak Obin HangeH
HOBbIN Npenapar NPoOTUB apTepuanbHOro AaBreHus,
NPMYEM 3a BOBOE MEHbLLIEE BPEMS U BCETO b 3a

WI‘%WH gosnsapos!




[lpoTeoMuka

W% [Tpn3Haemcsi, YTo 3TO ObIN NPUMeEpP

«J0oreHoMHoro» nepuoga. fenepb xe,
nocrne NpovYTeHnsa reHoma, Ha nepBbIv NNaH
BbIXOAUT NPOTEOMUKA, LieSlb KOTOPOW —
bbicTpee pazobpaTbcd C TEM MUMTIMOHOM
OernkoB, KOTOpbIE NOTEHLMANBLHO MOTYT
CYLLECTBOBATb B HALLUMX KIMETKAX.
[TpoTeomMuKka No3BoNUT bonee TwaTenbHO
ONarHoCTMpoBaTb reHeTUYeCcKne
OTKITOHEHUS N BroKMpoBaThb
HebnaronpuaTHOE AEUCTBME MYTAHTHbIX
OenkoB Ha KIEeTKY.

W * A co BpeMeHeM MOXHO OyAeT nnaHnpoBaTh

; | «mcngaBneHme» reHOB. -




