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NMPEANCNIOBUE

Kak v npegpblaywme naganms 1995, 2001, 2007
n 2013 rr., aTa cpaBHUTENLHO HEBOMbLUAs KHUra
conepxuT 0630p Bcex ob6nacTeit reHeTVky, B TOM
yncne OTAENbHbIX acnekTOB reHOMUKW. B kHure
MCMONb30BaH BM3yasbHbIA MOAXOM, OHa comdep-
XUT 186 LBETHBIX UAMIOCTPALMIA, pa3paboTaHHbIX
aBTOPOM U CMeunanbHO MOATOTOBNEHHbIX ANst
neyatn npodeccopomM BU3yanbHOW KOMMYHUKA-
uvn lOpreHom BupTtom. Kaxpas wnnoctpaums
OTHOCWTCS K OTZAE/bHO [aBe M KpaTko nokasbl-
BAET CYTb M3N1araeMoro B Heii MaTepuana u nepe-
yncneHHble B Hell hakTbl. Ha cocenHen cTpaHuue
pacnonoXeH NOSICHUTENbHBIN TEKCT.

TeMbl maB v unncTpaumii 6bi1n BeiGpaHbl UC-
XOOsl U3 VX BAXHOCTW ONS1 NMOHUMaHUS reHeTu-
YECKMX OCHOB HACNEACTBEHHbIX 3ab0feBaHWiA.
M3-3a orpaHnyeHHoro 06bema KHUM HekoTopble
3a00/1eBaHNa OMMUCaHbl He Tak Mogpo6HO, Kak
XOTeNoch Obl, HO B HEN NPELOCTABNEHbI CCIIKU
Ha K/IIOYEBbLIE [OMONHUTENbHLIE WCTOYHUKN WH-
dbopmauum, No3BoNSOLME MONYYUTb YryOneH-
Hble 3HaHWs. Kpome TOro, Ans Kaxmoro ynomsi-
HyTOro 3a60eBaHNs yKka3aH COOTBETCTBYIOLLMUIA
HoMep B 6a3e [aHHbIX M0 MOHOreHHbIM 3a60eBa-
HusiM yenoseka (OMIM). OMIM — 3To kaTtanor re-
HOB M COOTBETCTBYIOLLMX UM HEHOTUMNOB YenoBe-
ka, paspaboTaHHblil Buktopom A. MakKbtocrkom
B 1966 r. OH nocTyneH B MIHTepHeTe kak 6a3a faH-
Hbix Online Mendelian Inheritance in Man (www.
ncbi.nim.nih.gov/omim). Ba3a AaHHbIX conep-
XUT BCIO FEHETUYECKN 3HAYMMYKD MHOOPMALWMIO
00 W3BECTHbIX HACNEACTBEHHbIX 3a00neBaHMAX
yenoseka (cm. c. 408).

Y 9TOro n3gaHus COXpaHeHa Ta Xe CTPYKTypa,
4TO 1y NPeaplaywyx: nepBas 4acTb NOCBsLLEeHa
OCHOBaM TeHETMKMW; BTOpPast 4aCTb — FEHOMMUKE;
TPETbS YaCTb — MEAMLMHCKONM reHeTuke. Tpetbst
4acTb WNNIOCTPUPYET POfb FEHETUYECKUX W re-
HOMHbIX MEXaHV3MOB, JIEXALLX B OCHOBE NPUYNH
3abonesanuin yenoseka. Jlloboe HacneaCTBEHHOE
3aboneBaHne MOXeT ObiTb KacCcupULMPOBaHO
Ha OCHOBAHWW €ro reHeTUYEeCKUX MPUYuH (re-
HOTMNA), @ He NPOosiBNeHn (peHoTnna), Kak aTo
00bIYHO NPUHSTO B MEAVLIVHE.

HekoTtopas npononHuTenbHas uHdopmaums co-
nepxutcs Bo BeegeHun. MNprBeneHsl COBPEMEH-
Hble ONPEeAENeHNs reHeTUKU U FeHOMUKU, OMnu-

CaHbl BaXHble JOCTUXeHMs npotnoro. OTaensHo
nepeyncneHbl K4YeBble OTKPLITUS B UCTOpPUM
reHeTUKN N FTeHOMUKU B KQ4YeCTBE HanoOMUHAHNS
0 TOM, 4TO COBPEMEHHbIE 3HaHWsI Bcerga onmpa-
I0TCS HA NPEeAbIAYLLME LOCTUXEHMS.

B npunoxeHun npescTaBneHbl Tabauibl ¢ 4ONoN-
HUTENBHBIMU FEHETUYECKUMMN AaHHbIMK. CnoBapb
COOEPXWUT ONpefeneHusl rTeHeTUYECKMX TepMu-
HOB. [lns mHTEpecyloLmxcs OyayLyM IOHbIX Yi-
TaTenein Tam, roe 3To 6bI0 BO3MOXHO, 06pnco-
BaHa MCTOpMYecKasl NMepcrnekTBa Co CCblIkamm
Ha NepBoe onMcaHne OTKPbITHS.

[aHHoe (nsiToe) m3paHue ObINO CYLLECTBEHHO
1crnpaBneHo u AononHeHo. [esaTHaguatb wi-
NOCTPaLMiA ABNSIOTCS COBEPLUEHHO HOBLIMU MSIN
cofepxat HoBble anemMeHTbl. Cpean Tem, npea-
CTaBJIEHHbIX HOBLIMW UAMOCTpaLMsMKU, 0630p
9BOJIIOLMM YENOBEKA, MTEHETUYECKME OCHOBbI CTa-
peHusi, cuctema CRISPR-Cas, curHanbHble nytu,
rEHOMHblE HAapYLIEHUS! U NMONHOFEHOMHBIA NMOUCK
accoumaummn reHoTmna u GeHoTvna, PakoBble re-
HOMBbI, MaMuHonaTuy, 3ab0neBaHnsi, CBA3aHHbIE
C HapyweHneMm CTPYKTYpbl XpoMaTuHa, KOoreau-
HomaTtum 1 ap. NpuMepHo Takoe Xe KOAN4eCcTBO
MANIOCTPaUMn ObiN0  yAANEHO, MOCKOSbKY OHW
yTpaTuAn akTyanbHoCTb. [1Toe n3gaHne cnerka
KOMnakTHee, Yem Bbieawve B 2013 1.

3Ta KHUra HanucaHa ans AByX rpynn yutatenei:
ona CTyoeHToB — OMONOroB wavM MenukoB —
B kauyecTBe 0030pa reHeTVKM 1 FTEHOMUKU, a TaK-
X€ ANS MX HACTaBHWKOB B KaYeCTBE HArNsiAHOro
y4ebHoro nocobusi. Kpome TOro, oHa NoMoxeTt
NOBbIM MHTEPECYIOLLMMCS TEHETUKON 1 FTEHOMM-
KON yuTaTensMm MnosydnTb CTPYKTYPUPOBAHHYIO
MHbOPMALMIO O TEKYLIMX COObITUSIX UM A0CTU-
XEeHusIX B 9TOl ObICTPO pasBuBaloLLelics obna-
¢t Buonorun. Yutatenb AOMKEH NOMHUTb, YTO
Kaxaas UNNloCcTpaums U ee TeKCT NpeacTaBnsioT
coboit pedepar, a He TpakTaT, Npu 3TOM MHOrme
[leTanu BbIHYXAEHHO onyLeHbl. MoaToMy aaHHas
paboTa MOXeT ObITb NNLLb AONOHEHNEM K KNac-
CMYeCKMM y4ebHMKaM, HO He 3aMEHOM.

TepMmuH «atnac» Ang Takoro poaa u3naHuin 6uin
BBeaeH B 1594 r. XXepapom e Kpemepom (1512-
1594), dnamaHackuM MaTemaTtukom 1n - kap-
TorpadomM, M3BECTHbIM Takxke kak MepkaTop.
Ero kHura ¢ konnekumeir n3 107 pa3BopoTOB
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reorpaduyecknx kapT ¢ Ha3BaHveM Atlas sive
Cosmographicae Meditationes de Fabrica Mundi
et Fabrica Figuva 6bina ony6nukosaHa B 1595 1.,
yepes rof nocsne cMepTu astTopa. ATo Obin nep-
Bbll atnac mupa ¢ Adpukon, Asuert, HosbiM
CBETOM 1 CEeBEPHOW MONSPHOM 061aCTbIO, Kax-
pasi obnactb Oblna NpeacTaBieHa OTAENbHOM
kapToii. B cBoem BcTynneHun MepkaTop 06bsic-
HSET, 4TO 9TOT TEPMUH NPOU3OLLEN OT UMEHUN MU~
duyeckoro uapsa apesHen Masputanumn Atnaca
13-3a €ro BblAAIOWMXCS 3HAHWIA B 06nacTn
acTpoHomuu. PaHee cuMtanm, YTO TEPMUH «aT-
nac» OTHOCUTCS K TUTaHy ATnacy M3 rpeyeckon
mudonorun. Korga nosisuncsa atnac Mepkartopa,
MHOrue reorpaduyeckne 06nactu eLle He Gbinm
N3BECTHbI W, KaK CNeACTBUE, He Obln ykadaHbl
B ero Tpyge. Co3gaHme reHeTuyeckmx kapt —
TPYA, NO CYTW HE OTAMYAIOWMIACA OT KapTupo-
BaHMS HOBbIX, HEW3BECTHbIX reorpaduyeckmnx
Tepputopuii 500 net Hal3an. [eHeTuyeckune
KapTbl SIBASIOTCA JIEATMOTMBOM B TFEHETUKE
N CKBO3HOW TEMOMI 3TON KHWUIK. Ha BCeM ee npo-
TSHKEHUM 1 NOAYEPKMBAI0 3HAYMMOCTb 3BOIOLMN
reHoB, rEHOMOB W OPraHW3mMOB B MOHWMaHWUW
COBPEMEHHO reHeTukn. Kak oTMeTun Benukuin

reHeTuk ®eopocuii JobxaHckuii, HUYTO B BUO-
JIOTUM HE MMEEeT CMbICNa, KPOME Kak B CBeTe
3BoNtoUMN. [eiCTBUTENbHO, TeHeTMKa U Hayka
06 3BOMIOLMM TECHO CBA3aHbl. CEerofHs MOXHO
ckasatb: «<H14TO B 9BONOLMN HE MEET CMbICHA,
KPOME Kak B CBETE reHeTukun». Kak KHUra ogHo-
ro aBTopa 3TOT TPYZA NPEACTaBnseT coboi Mot
JINYHYID TOYKY 3peHus, CchOpPMUPOBaBLLYIOCS
3a 6onee 4yem 50 neT akTMBHON PaboTbl B 3TOW
061acTV HayKK.

9 rnyboko npusHaTeneH OpreHy BupTty, npo-
deccopy BU3yanbHON KOMMYHUKaLMK B YHVBEP-
cuTEeTe eCTECTBEHHbIX Hayk, JapmwTaar u LLsa-
ouw mumHa, Tepmanua (B nepwon ¢ 1978
no 2005 r.), 3a ero uckycHyto paboTy, koTopas,
6€e3yCnoBHO, SIBASETCS OCHOBOMONAratLLein ya-
CTbtO 3TOV KHUIK. 5 Bnarogapto Mot xeHy Mapu
®deTTep Maccapr, 4OKTOpa MeauUMHbI, 3a ee
nonesHsle coBethl. Kpome Toro, B pamkax us-
patenbctBa Thieme Publishing, LUTtytrapt, mexs
nogpepxusanv n Hanpaensnu Credan KoHHpu,
Anppeac LLa6ept, Huaxn Yonpa, Anypsa [0anb
n opyrue.

3. Maccapr
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BJIATOAAPHOCTI

Mpn NoaroToBke NATOMO0 WM3AAHUS MEHS MOfA-
oepxan psg konner, npenoctasuBlwmnx $oTo-
rpadum n/unu AaBWMX COBETbI MO OMNUCAHUAIO
unaocTpaumin. 9 oyeHb npusHateneH fabpuane
I'nnecen-Kecbax n ®panky Kainzepy (J/liobek),
BepHxapany XopcTtxemke (3cceH), Bonbdppamy
Kpeccy (Bropubypr), CredaHy MyHanocy
(Bepnun), Tese Leanuy, (BoHH), AHH-KpucTuH
TeiixmanH, 3urnuHae 3urept u AHgpeacy
LWenywkaty (Jlernuur), a Takke Jarmap Bevopek
(Oroccenboopd).

3a nomolp B MNOArOTOBKE MpeablayLiero us-
JaHus g xoten Obl MckpeHHe nobnarofaputb
Moxammaga Pesy AxmagmaHa — (MHCTUTYT
6voxummun v MonekynsipHoii - 6uonorum I,
YHuBepcuTeTCkas  knuHuka  [occenbgopda,
l[epmaHus), Beate Anbbpext, Tea bepynase
n BepHxapga Xopctxemke (MHCTUTYT reHeTukun
yenoseka, cceH, lfepmanus), Tomaca JlaHrmaHHa
(MHCTUTYT reHeTnkn Yenoseka, PereHcOyprekuii
YHUBEPCUTET, lepmanus), Makcvumunuana
MioHke (OToeneHve MEeOMULMHCKON TEHETUKMN,
HaumoHanbHbI  MCCNepoBaTENbCKUIA  UHCTUTYT
reHoma yenoseka, HauvoHanbHble WHCTUTYTbI
3apaBooxpaHenns, betecpa, Mapuneng, CLUA),
Xalike Onbbpux n Xelimyta OmpaHa (kadenpa
nenuatpuu, YansepcuteT MioHcTepa, fepmanns)
n ewe MapTtuHa Lienkepa (MHCTUTYT reHeTuku ve-
noeseka, YHueepcuteT Marnebypra, lepmanus).
Mx BKnaz OTMEYEH TakXe B TEKCTE, CONPOBOXAA-
IOLLLEM COOTBETCTBYIOLLIME UNIOCTPALMMN.
HakoHel, He MeHee BaxHO YMOMSIHYTb KOJer,
KOTOpble Janu LEeHHble COBETbl K NPEfOCTaBu-
X OONONHUTENBHYI0 MHOOPMauMio: 310 KapwuH
ByutuHr, Ctedanu Nkanbimnyauc, eHns Kanbep,
Ontmap  JlomanH, [epmaH-Mosed  Niopeke
n Hukonac BarHep (9cceH, lfepmanns), Hukonac

KauaHwc (YHuepcutet [btoka, Japem, CeBepHas
Kaponuna, CLUA), Oxeimc P. Jlynckn (XbloCTOH,
CLA), Makcumunuan MioHke (OTaenenve me-
OVLUMHCKOM TeHeTukn, HaumoHanbHbIi unccne-
[0BATENbCKUIA  WHCTUTYT TeHOMa  uesoBeka,
HaunoHanbHble WHCTUTYTbI  30PaBOOXPAHEHNS,
Betecna, Mapuneng, CLUA), ApHe Mdenddep
(fenbmronbu-LerTpym,  MioHxeH, [epmanus);
n ®Opuapux LWTok (Jleinuur, lfepmanus). A oueHb
npusHaTeneH CBOMM Konneram 3a dotorpadpum
N YEPHOBVKM WAMKOCTPALMIA, MCMONb30BaHHbIE
B MpeablayLunx WU3OaHusx, KOTOpble nepeLunm
1N B OaHHoe u3paHune: 3to Anvpesa bapapapaH
(Mewxen, WpaH, Tenepb Bankysep, Kanapa),
Ovpk Borcma  (Pottepaam, HwupepnaHgbl),
Jlaypa Kappen (Xepwwu, MeHcunbBanus, CLUA),
ApaBvHpa Yakpasaptn u Pudapn W. Kennwn
(Bantumop, CLUA), Tomac Kpemep (MioHxeH,
lepmanuns), PoBuH SamcoH (HaunoHanbHble WH-
CTUTYTbl 3ApaBooxpaHeHus, MapuneHg, CLLA),
OBaH O. Ouxnep (Cwatn, CLUA), BonbdraHr
Onrens  (TettuHren,  lepmanud),  PaiiHep
VoxaHruccoH (Jliobek, Tepmanns), Hukonayc
Konxeuko, Anva Kioxnep, Autmap JlomahH,
Akcenb WHanpep n Jdarmap Beuopek (3cceH,
lepmanus), Hwukonb MakHein n Tomac Pug
(HaupoHanbHble MHCTUTYTLI 30paBOOXPAHEHNs,
Betecpa, Mapuneng, CLLUA), KnemeHnc Mionnep-
Penbne (Biopubypr, lepmanus), Ctedpar MyHanoc
(BepnwuH, Tepmanus), Xenbra Pepep (MapOypr,
lepmanunsi/BeHa, Asctpus), Oasug JI. PuMOuWH
(Nloc-Anpxenec, CLUA), OsenuH Lpek (Ope3neH,
lepmanusi), MNetep LTaiiH6ax (YnbMm, lfepmanus),
XaHc Xunbrep Ponepc (bepauH, [epmanus),
CabuHa Ypur un Maikn Lnaiixep (Mpad,
AscTpus), Maiikn Beiic (KnueneHg, Oraiio, CLLA)
n 96epxapn LipeHHep (TobuHreH, lfepmanms).
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Q6epxapa Maccapr, 4OKTOP MeAMUMHbI — cre-
uManMcT Mo reHeTVKe 4enoBeka W3 YHMBeEp-

CUTETCKOTO  WMHCTUTYyTa TEHEeTUKM YenoBeka
B 9cceHe, lepmanua. B 1960 r. oH OKOHYMA
@paiibyprckmii - yHuBepcuteT B epmaHuu,
nony4vMB CTEMeHb [OOKTOpa MEAWUMHBI, Mo-
Cne 4ero MpoLWen OpAMHATypy B rocnuTa-
ne Tambypr-Xapbypr, lepmanus (1961-1962)
n MemopuanbHoin GonbHuue BycTepa, Byctep,
wraT Maccauycetc, CLUA (1962-1963), nonyums
cTuneHamio doHaa BeHnTHopa. Bnocneacteum oH
nosly4nn nocnefunnioMHoe obpasoBaHue no ne-
anatpum B MeMLMHCKOM LieHTpe AeTCKol 60sib-
Huupbl UpHumHHaTtk, wrat Oraiio, CLUA (1963-

1966) BmecTe ¢ [xo3edom BapkaHu, a Takke
o reHeTuke Yenoseka B KOpHENbCKOM MeaNLMH-
ckom ueHTpe B Hito-Mopke, CLUA (1966-1968)
BmecTe ¢ Ixeiimcom xepmaHom. B 1968 r. oH
OCHOBaJ HOBOE OTAENEHNE LIUTOrEHETUKN U KIN-
HWYECKOW reHeTUKM Ha Kadenpe reHeTuku Yyeno-
Beka B [amOyprckom yHusepcuteTe, lepmanus,
1 pykosoamn um o 1976 r., korga ctan npodec-
COPOM TEHETVKM W NpeacefaTenem-ocHoBarte-
nem VIHCTUTYTa reHeTrkM YenoBeka SCCEHCKOro
yHuBepcuTeTa B [epmanum, roe paboTan oo BbIX0-
[ia Ha neHcwio B 2001 1.

O6epxapa  Maccapr  npomosmxaeT — aKTuB-
Hylo paboTy B 006MacTW reHeTVKWM YenoBeka.
C 2010 no 2014 . oH GbIN BpeMeHHbIM Mpes-
cepatenem MHCTUTYTa reHeTvku YenoBeka npwu
Jleinumrckom yHuBepcutete, lfepmanus. Cpeau
€ro OCHOBHbIX HAay4HbIX UHTEPECOB — UCCNENO0-
BaHME HACNEACTBEHHbIX N BPOXAEHHbIX 3ab6one-
BaHW, NMPUMEHEHNE MONyYEHHbIX PEe3yNnbTaToB
B FEHETUYECKOWN AMArHOCTMKE U KOHCYIbTUPO-
BaHUK. OH SIBNSIETCS aBTOPOM WM COaBTOPOM
6onee 250 HayyHbIX cTaTell B MeXAyHapOAHbIX
peLeH3MpyeMbIX XypHanax, aBTOPOM f1aB B He-
CKOMbKMX MEXIYHapoAHbIX y4yebHMKax n Tpex
KHUT N0 MeJMUMHCKOW reHeTuke. B HacToswem
N34aHUN OTPaXeH ero OnbIT NpenojaBaHns re-
HETUKM YenoBeka.

O6epxapn Maccapr pabotan B peaakuMoH-
HOW  KOMNEermm HeCKONbKUX MEXZYHAPOOHbIX
XypHanoB no reHetuke. OH 3aHMMan nocT re-
HepanbHOro cekpeTaps EBponeiickoro o6tie-
cTBa reHeTukn uenoseka (1989-1991), 6bin
npe3naeHToM Hemeukoro o6LLecTBa FEHeTVKM
yenoeeka (1990-1996), ero noO4YeTHbIM une-
Hom cTan B mapTe 2011 r. OH siBNsieTCS YNeHOM
AMepurkaHckoro o6LLeCTBa FEHETUKN YenoBeka,
4feHOM-KOPPECTOHAEHTOM AMEPVKAHCKOrO KO-
nepxa MEeOULMHCKOW TeHEeTUKM, yypeauTenem
EBponeiickoro o6LecTBa reHeTUKM 4YenoBeka
1 TepaTonormyeckoro obWecTsa, a Takxe BXOAUT
B COCTaB psfa LPYrmx Hay4HbIX 0OLLECTB.
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FeHeTKa n reHoMmuKa

HayuHble gOCTVXeHUs B 061aCTW reHeTUKN 1 re-
HOMMKM 3a nocnegHue 15 neT pacLumpuny Hawm
3HaHMS O MPOLLeCCax, OTBETCTBEHHbIX 3@ MOfA-
LeP>XaHne XU3HW Ha MONIEKYISIPHOM U KJIETO4YHOM
ypOBHsAX. OHM NO3BOAMAN NyYLLE NOHSATh, Kak Npo-
NCXOAST passutue n anddepeHUMpoBKka KieTok
N TKaHel, y3HaTb Gonblie 0 (YHKUMOHANBbHbIX
CETSAX, PasrpaHNynTb HACNEACTBEHHbIE U HEHA-
CNeACTBEHHblE MPUYMHBLI 3ab0neBaHnin, a Takxke
BbISIBUTb Pa3nnyms Mexzy HopManbHbIMU U pako-
BbIMM KNeTKamu.

B 1906 r. 6putaHckumii 6ruonor Yunbsam beitcoH
(1861-1926) npemnoxun TEPMUH «reHeTuKa»
ona 0603Ha4YeHns HoBoM obnactu Guonorum, no-
CBSILLLEHHOM HAy4YHOMY WCCNEefOBaHMIO Hacnen-
CTBEHHOCTU 1 M3MEHYMBOCTW. HOBOE Hampasne-
HMe B Hayke 0Gecrneuuno TeopeTunyeckyl 6asy
M HAWNO NpakTM4eckoe MPYMEHEHUE B TakKux
0Tpacnsix, kak paCTEHNEBOACTBO U XMBOTHOBOZ-
cTBO. Bo BCTYnuTEnsHOM cnose K «[MpuHumnam
HacnencTBeHHoCTV» MeHaens, ony6nnkoBaHHOM
B 1909 r., BeiitcoH nucan: «Cpean Guonorunye-
CKUX Hayk uccnenoBaHWe TeHeTUKM 3aHumaeT
LieHTpasibHOe MecTo». 3a 3TVUM BblCKa3blBaHWEM

Yunbsam BeiitcoH (1861-1926)

nocnefoBana oJIHHas Yepena OTKPbLITUA U Tex-
HWUYECKNX OOCTUXEHWI, KyNbMUHALMOHHBIM MO-
MEHTOM Cpeay KOTOPbIX CTanu 3anyck npoekTta
«[eHom yenoseka» (HGP) B 2003 r. n nybnankaums
«3TAIOHHOM» MOCNELOBATENbHOCTU FEHOMA Ye-
noseka (IHGSC, 2001 1 2004). 3T LOCTUXEHNS
MO3BOJIMAN MOHSATb 6a30BbIE MPUHLMMBI OPraHn-
3aUmy BUONOTNYECKUX CTPYKTYP 1 POJIb FEHETUKM
(cm. OcHoBbl).

TepMuH «reHoOM» Obln  MpeanoxeH XaHCOM
BuHknepom (1877-1945) B 1920 r. B lambypre,
a yXe M3 3TOro TepmuHa Obin BbiBEAEH Tep-
MUH «reHoMUKa». Kpome Toro, nocnegHuii b
MCMONb30BaH Kak Ha3BaHWe HOBOro OGuome-
OMUMHCKOro xypHana Genomics, OCHOBaHHO-
ro B 1987 r. B. A. MakKetocukom (1921-2010)
n ®. X. Paganom (1929-2013). lfeHoMUKa — 3T0
HoBas 0611aCTb FEHETUKU, NMOCBSILLEHHAS aHaNN3y
LiefibIX FEHOMOB, @ He OTAENbHbIX reHoB. OHa 0T-
paXeHne CTPEeMUTENbHOr0 PasBUTUSI TEHETVIKH,
nNpoM30LLeALero 3a nocnegHne aea gecatune-
TMS. TEHOM XMBOTHbIX, PACTEHUIA U MUKPOOPra-
HU3MOB COLEPXUT BCIO UHPOPMaLWMio, Heobxo-
OUMYI0 NS MOCTPOEHUSI XWMBOW CUCTEMbI (CM.
[eHomuka). TeHOMMKA OOBLEAUHSIET TEHETUKY,
MONEKYNsipHyl0 GMONOrnI0 1 KNeTo4Hylo 61o-
NIOTMIO U M3y4aeT BCIO COBOKYMHOCTb FEHOB,
NX CTPYKTYPY ¥ byHKUMK. B COOTBETCTBMM C Npu-
MEHSIEMbIMU B FEHOMUKE METOAAMMU CYLLECTBYET
pag NPOV3BOAHLIX TEPMMWHOB, OMUCHIBAIOLLMNX
OTAEeNbHbIE MyAbl MOAEKYN: TPaHCKPUNTOM —
COBOKYMHOCTb  BCEX MOJNEKYA, Y4aCTBYIOLLMX
B TPAHCKPUNLMW M TPAHCAALMK (2 TaKKe X pery-
NUMK); NPOTEOM — COBOKYMHOCTb BCEX GENKOB,
NPOV3BOAUMbIX KNETKON AN OPraHU3mMoM; 3nu-
reHOM — 3J1IeMeHTbI HeHaCNeACTBEHHbIX (anure-
HeTU4YeCKnx) NPoLLeCcCcoB. ANbTEPHATUBHYIO Kflac-
cndUKaLMIO MOXHO aTb NO 06N1aCTAM 3HAHWIA:
dyHKUMOHaNbHaa reHomunka (QyHKUMOHANbHBIN
aHanu3), CpaBHWUTENbHAs reHoMmuKa (Co3paHve
rEHOMHbIX KapT C Y4€TOM 3BOMIOLUM FE€HOMOB),
6ronHdopmatuka (c6op, XpaHeHne 1 ynpasne-
HVEe JaHHbIMN).

B HacTosiLee BpeMsi reHeTMka 1 reHoMuka Co-
CTaBASAIOT HayyHylo 006nacTb, MUMEIOLLYID OT-
HOLUEHME KO BCeM 006nacTsM MeOULIMHCKUX
1 BMONOrNYecKUX OMCLMNINH, BKOYas aHTpo-
nosioruio, aBonoumMio, Guoxumuio, Granonoruio,
NCWXONOrMI0, 3KONOTUI0 U CMEXHbE Hay4Hble
obnacTu. Tak Kak reHeTVKa 1 reHOMUKa SBNSoT-
CS OJHOBPEMEHHO N TEOPEeTUHECKUMU, U IKC-
NepUMeHTaNbHBIMW HAYYHbIMWU 06NacTaMMK, OHU
ob6ecneymBaioT Kak CUCTEMHOE MOHUMaHue op-
raHM3aumm XnBoro Mmpa, Tak v MOHUMaHue npu-
YMH OTAENbHBIX FEHETUYECKMX 3a60NeBaHUI (CM.
MeppumHekas reHeTuka).



FeHeTNYecKne OCHOBDI XKN3HU

Kaxnas n3 npubnuautensHo 80 TpnH (10'2) kne-
TOK B3POC/IOrO YeNloBeKka COAEPXUT B CBOEM
SAPE UHCTPYKLMIO N0 GYHKLIMOHMPOBAHUIO KNeT-
KM (32 MCKIOYEHUEM 3PUTPOLMTOB, MULLEHHBIX
aapa). Sta nHGopmaums COoepXNTCS B INHEN-
Hov monekyne OHK (4e30KkcvprOOHYKNenHoBoM
Kucnote, cMm. panee). KOHKpeTHble KOMaHabl 3a-
KOOMPOBaHbI B AMCKPETHbIX €OMHMLAX, TeHax.
Okono 200 pasfnyHbIX TUMNOB KNETOK BbIMOHSAOT
CNOXHbIE MONIEKYAPHbBIE OnepaLymn nog, KOHTPO-
NleM pasnuyHbIX reHoB. [eHeTuyeckast MHGOP-
Mauusi Mo3BONISIET KieTkaMm npeobpa3oBbiBaTh
aTMOCOHEPHbIA KMCNOPOL, U MOMNOLLEHHYIO MLy
B 9HEPruio, PerynnmpoBatb CUHTE3 U TPaHCNopT
61ONOrMYEeCKM BaXHbIX MOJIEKY, C MOMOLLbIO UM-
MYHHOI CUCTEMbI 3aLmLath cebs OT NapasuTos,
Takmx, Kak rpubbl, 6akTEPUN U BUPYCHI, NOAAEP-
XunBatb GOPMY M MOABMXHOCTb KOCTEW, MbILLIL,
N KOXu. TeHeTnyeckn 06yCnoBneHHble dYHKLMM
OpraHoB 4yBCTB MO3BONSOT HaM BUAETb, Chlbl-
watb, Npo6oBaTh Ha BKYC W BOCMPUHUMATb Ter-
no, xonon n 6onb. leHeTnyeckas MHopmaums
noaaepxXmeaeT GYHKLUMOHUPOBAHME MO3ra, B TOM
yncne yMeHue YenoBeka yuuTbCs Ha OnbITe U pas-
BMBaTb peyb. BocnpousseneHune 1 06e3Bpexu-
BaHME YYXEPOAHbIX MOJNEKYN Takke HaxoauTcs
nof reHeTu4yeckum KoHTponem. Kpome TOro,
CTPYKTYpHble Moandukaumm OHK B 9ape kneTku,
HE MEeHsIoLLMe camy NOCnefoBaTeNbHOCTb OCHO-
BaHWA, UMEIOT BAXHYIO PETYASTOPHYIO DYHKLMIO
(cMm. pasaen 06 anureHeTuke).

Bce xvBble OpraHn3mbl COCTONT U3 ABYX OCHOB-
HbIX TUMOB KNETOK: NPOKAPUOTUYECKNX — HE NMe-
IOLLYIX BHYTPEHHUX MEMOPaHHbIX CTPYKTYP 1 siapa
(npefcTaBneHbl GakTepusmMm 1 apxesmMm), 1 ayka-
PUOTUYECKUX — C SAPOM U CNOXHBIMU BHYTPEH-
HUMUK CTPYKTYpamu (06pasytoT MHOrOKIETOYHbIE
opraHuamel). feHeTnyeckas nHdopmaums nocry-
naeT OT MaTEPUHCKOMN KNETKN K 06enM AO4EpHUM
KneTkam, 06pasyloLwmMcs Npy KaxaoM AefneHun,
1 OT OQHOrO MOKONEHWSI K APYrOMy 4Yepes crne-
LManM3npoBaHHble (MONIOBbIE) KIETKW: OOLMWTbI
1 Cnepmato3ouapl.

B ocHoBe 610M0rMYeCcKMx NPOLECCOB Nexar Xu-
MUYeckue peakuuy C y4acTuem Guomonekyn,
HasblBaeMbIx Genkamu. [eHbl copepxart MHbop-
Maumio, Heobxoavmylo Anis cuHTe3a OeskoB.
Kaxpaplii 6enok cOCTOMT U3 AECATKOB UM COTEH
PaCMoNOXEHHbIX NMHENHO aMWHOKMCNOT. Takyto
nocCneaoBaTeNlbHOCTb  aMMHOKUCAOT  Ha3bIBAIOT
nonunNenTUAOM, KOTOPLIV, B CBOKO O4EPeab, CKa-
[bIBAETCA B OMPELENEHHYI0 NMPOCTPAHCTBEHHYIO
CTPYKTYPY, 4aCTO BMECTe C APYrvMM NOSIMNENTH-
namu, obecrneymBas KOHKPETHYIO GUOOMMYECKYIO
dyHKUMIO. Bce cMHTE3MpoBaHHbIE Gefkn BMeCcTe
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cocTaBnsaT npoteoM. OpHako 6OMbLUMHCTBO
KNETOK CUMHTEe3MPYeT He BCe 3aKOAMPOBaHHblE
B reHome 6enku, a Nullb Y4acTb B 3aBUCMMOCTM
oT Tna kneTkun. Kpome reHoB, koampytoLmx 6en-
KW, eCTb reHbl, HecyLume nHpopmaumio o cTpoe-
HUM PYHKLMOHANBHBIX MOJIEKYST PUBOHYKIENHO-
BbIx kncnoT (PHK), He ncnonb3yembix B ka4ecTse
MaTpulbl Ais CUHTe3a 6enka U y4acTBYHIOLLMX
B PEryASTOPHBIX NPOLIECCAX.

[eHeTnyeckas MHGOpMaLUMs XpaHUTCS B BUAE K-
HEHO PacnonOXeHHbIX OAWH 32 APYrUM FEeHOB,
KaK TEKCT U3 OTAeNbHbIX BYKB U CNOB, KaXapli
13 KOTOpbIX, B CBOK O4Yepenb, COCTOUT U3 -
HEHO PacnoNOXeHHbIX HykneoTuaoB. MNpu aTom
nocnefoBaTeNbHOCTL cama no cebe umeeT 61o-
nornyeckmin  cmbicn. locnegoBatensHOCTb Hy-
KNeoTMaoB (a TO4YHEee, a30TUCTbIX OCHOBAHWI)
OHK copepxuT cneumanbHblil reHeTUYECKUIA KOA.
B oTnnymne ot ncnonb3yemon B nporpaMMmpoBa-
HWW ABOVYHOMN CUCTEMbI €AVHNLL U HYNER («OUTbI»,
0ObeauHsIoWMecs 3aTEM B BOCEMb [BOMYHBIX
unop, «baiiTbl»), B reHETUYECKOM KOAE XKMBbIX
OpraH13moB 1CNOb30BaHA YETBEPTUYHASA CUCTE-
Ma 13 YeTblpex a30TUCTbIX OCHOBAHWIA, XMMUYe-
CK1e Ha3BaHWsi KOTOPbIX UMEIOT HavasbHble Byk-
BblA, C, GuT (cMm. OcHOBbI). OTaENbHbIN 3NEMEHT
reHeTMYeCcKoro Koa COAEPXMT TpX NocnenoBa-
TeNbHbIX HyKneotTuga (TPUMIeT) M HasblBaeTcs
KogoHOM. Kaxgaas ammHokmcnoTa 6enka 3akogu-
poBaHa oOnpenesieHHbIM TPUNAETOM (KOAOHOM).
[eHeTN4eCcKnin KoL, YHBEPCANEH: €0 UCMOMb3YIOT
BCE XWBbIE OPraHn3Mbl, B TOM YKCIE PaCTEHWS
1 BUPYCHI.

leHbl

[eH — 3T0 eguHMLA reHeTu4eckon uHdopma-
LMK, cofepxallenics B onpeneneHHOM y4acTke
monekynel JHK. Mo aHanornm ¢ TeKkCToM MOXHO
cKasaTb, YTO FeH 9KBMBANIEHTEH OAHOMY NPEAJIo-
XeHunto. Takum 0b6pa3oM, reHeTmyeckast MHPop-
Maumsi N0 CTPYKTYPE OYEHb MOXOXA Ha JIMHENHO
3anMCaHHbI TEKCT 1 B TaKOM TEKCTOBOM BUAE
MOXET XPaHUTbCA Ha KOMMbloTEpE. B 3aBucu-
MOCTV OT CAOXHOCTV CTPOEHWSI OpraHmnama Ko-
NINYECTBO U Pa3mep reHOB 3HAYUTENbHO Bapbu-
pyioT. Yncno reHos kone6netca ot 500 go 5000
y 6onblumHcTBa NpokapuoT 1 ot 6000 go 40 000
y 60nblMHCTBA 3ykapuoT. MuHuManbHoe 4uc-
N0 TeHoB, HeoOXOAUMbIX Os CYLL,eCTBOBaHUS
CBOOOJHOXMBYLLEW KNETKU, YAUBUTENBLHO Maso:
okono 250 ans HekoTopbix 6akTepuit. Mockonbky
B Pa3HbIX OpraHn3max noxoxve 6enkm y4acTaytot
B CXOXMX OUOXMMUYECKMX PEAKLMAX, Takne Henkm
1 KOZMPYIOLLME UX FEHbI MOTYT ObiTb 0ObEAMHE-
Hbl B CEMENCTBA B COOTBETCTBUM C UX DYHKLMEN.
MopcumTaHo, 4to npubnuantensHo 21 000 koaum-
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PYIOLLMX BENKMN FeHOB MOXHO OTHECTU NMPUMEPHO
k 1000 cemeitcTs reHoB (Demuth et al, 2006).

[eHbl pacnonoxeHbl Ha XPOMOCOMaX, XPaHALLMXCS
B Ap€ 3yKapuoTUYECKON KNETKM (Mn B HYKNeou-
Ze y 6akTepuii). XpoOMOCOMbI NMPeLCTaBAsIOT CO-
6001 OTZENbHbBIE CIIOXHbIE CTPYKTYPbI, COCTOSILLME
13 AHK u cneumansHbix JHK-cBsi3biBatoLwmx 6en-
KOB (MMCTOHOBLIX OE/KOB, U/ NPOCTO MCTOHOB).
Xpomocombl 'y 3ykaproT 06pasyloT romMonoruy-
Hble Napbl, NPUYEM OfHA U3 XPOMOCOM B KaXaomn
nape NPoMCcxXoauT OT MaTepu, a Apyras — oT oTua.
Y niopein aBoliHoi Habop XPOMOCOM BKJIIOYAET
23 napbl, OH COCTOUT U3 COMAaTUYECKMUX XPOMO-
COM C Homepamu oT 1 [0 22 n napbl NONOBbIX
XPOMOCOM (X- M Y-XpOMOCOMbI Y MYXYUH Wan
OBYX X-XpPOMOCOM Y XeHLWWMH). Yucno n pasmep
XPOMOCOM BapbMPYIOT Y Pa3HbIX OPraHW3MoB,
HO [ KaXO0ro KOHKPETHOrO BMAA XapakTepHO
CTPOro onpeaeneHHoe 1x KonmyecTso. [eHbl pac-
MONOXEHbI BHYTPU KaX 0 XPOMOCOMbI JINHENHO,
KaXabll TeH UMEeeT OMNpPeAeNeHHOe MOJIOXEHWE,
Ha3blBAEMOE MEHHbIM SIOKYCOM. Y BbICLUMX Op-
raHM3mMOB B lEHax 4YepeayloTcs KoavpyloLime
n Hekogupyowme ydactkm JHK, HasbiBaemble
9K30HaMN  (KOAMPYIOLME) M UHTPOHaMKU (He-

perop MeHnaenb (1822-1884)

KOAMPYIOLLIME) COOTBETCTBEHHO. [eHbl B MHOrO-
KNETOYHbIX OpraHM3Max pasjmyaloTcst No AJnHe
(OT Heckonbkux ThiCAY [0 6onee Yem MUAAMOHA
nap HykneoT1aoB), a Takxke MO KONMYECTBY U pas-
Mepy 39K30HOB. Kaxaplii reH COAepXuT peryns-
TopHble nocneposatensHocTn OHK, HekoTopble
13 HUX OEWCTBYIOT Ha pacctosHuu. lMocnegHue
KOHTPONVPYIOT aKTUBHOE COCTOSIHWE reHa, Hasbl-
BaemMoe 3Kcrnpeccueit reHa. bonbWMHCTBO reHoB
B AnddePEHLMPOBAHHBIX Creumann3mpoBaHHbIX
Knetkax ocTaloTcs HeakTuBHbIMKU. Bonee 90%
13 3 mnpa (3-10° nap OCHOBaHMiA y BbICLLMX
OpraH13MoB He HecyT MHhOPMaLMKN O CTPOEHUN
6€eKOB, HO UMEIOT OMpPeLeNeHHYI0 PErYISTOPHYIO
dyHKUMIO (CM. TeHOMUKa).

MHbopmaums, copepxallascs B KOAMPYIOLMX
nocnegosatensHocTax OHK, He moxeT ObiTb
npespalleHa B 6enok Hanpsmyto. CHauana ee
KOMMPYET APYron Nofmmep C COOTBETCTBYIOLLEN
noCNenoBaTeNbHOCTbIO  KOLOHOB.  JTOT  MPO-
LleCC Ha3blBalOT TPaHCKpWMUMen, a Becb Habop
CUHTE3MPYEMbIX MOSIEKY — TPaHCKPUMTOMOM.
Monekyna, nonyyaioLasca B pesynsrare TpaHc-
KpUnumn, n3BecTHa kak puBOHYKNeMHoBas KuC-
nota (PHK). OHa cnyxut matpuueii ans yknagku
aMUHOKUCNOT B MOAMMNENTU B CTPOrOM COOTBET-
CTBWM C FEHETUYECKMM KOLOM. ITOT NPOLLECC Ha-
3bIBAIOT TPaHcnsauven. Kaxaas ns ncnonb3yembix
XMBbIMU OpraHu3aMamu 21 aMMHOKMUCOThI KOAM-
pyeTcs OnpefeneHHOV MNOCNefoBaTENbHOCTbIO
13 TPEX a30TUCTbIX OCHOBaHMN PHK.

PaHHAA reHeTnKa (mexxgy 1900 n 1910 rr.)
[eHeTnyeckas nHbopmaums nepefaercs oT of-
HOro TMOKOoneHns K OpyromMy B COOTBETCTBUU
C onpeneneHHbIMU NpaBuiaMun, M3BECTHLIMI Kak
3aKkoHbl MeHzens. OHW BblAn Ha3BaHbI B YECTb MO-
Haxa [peropa Mengens (1822-1884). Mposoas
9KCMEPUMEHTbI MO CKPELLVBAHMIO CaloBOro ro-
poxa B CBOEM MOHACTHIPCKOM capy B BpuHHe
(BpHo, Yewwckas Pecnybnuka), Mengens obHapy-
XUA, 4TO B OCHOBE HACNEACTBEHHOCTY Niexar OT-
[enbHble GakTopbl, HE 3aBUCSLLME APYT OT Apyra
(MeHzenb, 1866). ®akTopbl NepenaloTcs OT Of-
HOrO MOKONEHWSI PACTEHWA K APYroMy Mo npea-
CKa3yemoin cxeme, Mpu 3TOM KaXAbll M3 HUX
OTBEYAET 3a oOnpenefieHHbln  HabnonaeMblii
(BHeLHWI) Npu3Hak. BuaymMoe nposisneHve npum-
3Haka — 310 deHoTun. A Habop onpeaensoLmx
dakTopoB (reHeTnyeckas WHpopmaums) npen-
CTaBnsieT cob0I reHoTuUn.

[peropy MeHgenio npunMCLIBAIOT OTKPbITME
OCHOBHbIX MPWHLUMMNOB TFEHETUKWN, CYUTas ero
OTUOM reHeTukn. OpHako BaXHOCTb COeNaH-
HbIX MeHaenem BbiBOAOB Oblna NpusHaHa nuilb
B 1900 r. KoppeHcom, Yepmakom u e ®pusom.



TepMUH «reH» gt 06HapyxeHHbIXx MeHaenem Ha-
cnencTBeHHbIX GakTopoB Obin BBeAeH B 1909 r.
[aTCKUM 61oNoroM BunbrensmMom MoxaHHceHoM
(1857-1927). Haunnasa ¢ 1901 r. meHoeneBckoe
HacnegoBaHWe CUCTEMATUMYECKM U3YYanu Ha Xu-
BOTHbIX, PACTEHUSIX 1 NIOASX. HekoTopble 3abone-
BaHUS YenioBeka Oblnn NpU3HaHbl HACNEACTBEH-
HeiMu. Popma GpaxupakTuaum (tun Al, Homep
B kaTanore Makkbtock OM1M 112500), Habnio-
faemasi B MHOrofeTHoW cembe U3 MeHcunbeaHum
Y. ®apabu (kaHgupatckas gucceptauus, lap-
Bapackuit yHusepcutet, 1903 r.), OGbina nepebiM
3abonesaHveM niogen, Ans kotoporo Gbin onu-
CaH ayTOCOMHO-AOMUHAHTHbIA TUM HacnepoBa-
Hust (Haws and McKusiek, 1963).

XpoMOCOMBI Gbinv BnepBble 06HAPYXEHbI B fiens-
LMXcs knetkax npy mutose ®nemuHrom B 1879 .
1 npu meiiose Ctpacbyprepom B 1888 . TepMuH
«xpomocoma» Been Yonaenep B 1888 1.

Teonop Bosepu (1862-1915) o6Hapyxwn reHeTn-
4ECKYI0 YHUKanbHOCTb Xpomocom B 1902 . Mo ero
cnosaM, AN HOPManbHOrO Pa3BUTWS HEOOXO-
[MMO He onpefefieHHoe KONMYecTBO, a onpeae-
NleHHas KOMOUHALWS XPOMOCOM, YTO yKa3biBaeT
Ha TO, YTO Kaxpaas OTAesbHas XxpoMocoma obna-
[laeT pa3HbIMU FreHETUYECKMU Ka4YECTBaMMK.
[eHeTvka cTana CamOCTOSTENbHOW Haykon B
1910 r, korga B Konymbuitickom yHMBepcuteTe
(Hbto-Mopk) Tomac I. MopraH npeanoxun uc-
nonbL30BaTh NNOAOBYIO MyXy (Drosophila melano-
gaster) [Ons  TEHEeTUYECKUX UCCNELOBaHWA.
Cnenas psg GyHAAMEHTaNbHBIX Hay4YHbIX OTKPbI-
TWiA, MopraH n ero Konnern NPoAEMOHCTPUPO-
BaNM, YTO FeHbl PacroNioXeHbl Ha XPOMOCOMaXx
B JIMHENHOM nopsake. MopraH npeactaBun 3To
B 1915 . Kak XxPOMOCOMHYIO TEOPWIO HacenoBa-
Hua (Morgan, 1926). XoTs K KOHLY BTOpOro fe-
CATUNETUS MPOLLNIOro CTONeTUs reHetuka obina
npusHaHa CaMoCTosATeNbHOM 06nacTbio 61oNo-
rK, 3HaHWM 0 GU3NYECKOM U XMMUYECKON MPUPOo-
[le CaMuX reHoB KpaiHe He xBatano. VX CTpykTy-
pa v GyHKLMM OCTaBANIMCb HEU3BECTHBIMMU.

N3meHeHunA B reHax: myTauumn

LLenoCcTHOCTb reHETUYECKON NporpaMmbl J0SIKHA
HE TONMbKO MOALEPXMBATLCS GECKOMMPOMMUCCHO,
HO ¥ UMEeTb BO3MOXHOCTb afanTupoBaTthCs MOf,
[LONIFOCPOYHbIE M3MEHEHUS OKPYXatoLLEen cpeapl
B xoae aBontoumnn. B 1901 r. ne ®pus obHapyxwms,
4TO reHeTMyeckas MHopMaLLMs NoaBePXKeHa 13-
MeHeHUsM. OH BBEN TEPMUH «MyTaLys» s Onu-
CaHunsi HOBOro peHoTuna. CnuctemaTnyeckmin aHa-
N3 MyTaLMii BHEC OONbLLON BKNAZ B AasbHelLLIee
passutne reHetukn. B 1927 r. X. Ox. Mwonnep
OMpeaenu 4acToTy CMIOHTAHHbIX MyTaUuiA y ApO-
30Gunbl 1 NPOAEMOHCTPMPOBAN, HYTO MyTauuu
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Tomac I. MopraH (1866-1945)

MOTYT ObiTb BbI3BAHbI PEHTIEHOBCKAMMU Ny4aMU.
L. Ayap6ax u Ox. M. Po6coH B 1941 1. n He3a-
BUCKUMO OT HUX ®. Onkepc B 1943 . 0OHapPyXM-
NN, YTO HEKOTOPbIE XMMUYECKMNE BELLECTBA TOXE
BbI3bIBAIOT MyTauuu. TeM He MeHee ANt uccne-
[oBartenei Tol Nopbl OCTaBaNOCh HESCHBIM, Y4TO
VMEHHO NMPeACTaBnseT co60i MyTaLms, MOCKOMb-
Ky 0cTaBanacb HEM3BECTHON dur3nyeckas OCHOBa
nepefayv reHetuyeckoin nidopmaummn. Owmnbkm
noafepXaHvs 1 nepeaayn reHeTnyeckol MHpop-
MaLWn UMEIOT MECTO BO BCEX XMBbIX CUCTEMAX.
OpHako 6ONbLIMHCTBO KIIOYEBLIX FTEHOB HE TepnsT
N3MEHEHVIN (MyTauuWii), HapyLlalowmnx nx yHK-
umio. Kak cnefncTeue, BpeaHble MyTauun He Ha-
KanaMBalOTCA B 3HAYUTENBHOM  KONMYECTBE.
CroxHble KNETOYHbIE CUCTEMBI MOTYT pacno3Ha-
BaTb W YCTPaHATb HapyLweHus LenoctHoctn OHK
(penapaupsa OHK).

leHeTMYecKasa NHANBUAYANbHOCTb

Y pasHbIX MHAMBUAOB nocnegosatenbHOCTb AHK
pasnuyaeTcs. Takve pasnuuus HasblBalOT M-
mMopduamom JHK. Hanbonee yacTbim pasnmyivem
SIBNSETCS 3aMeHa OOHOro Hykneotuga (OpHO-
HYKNeoTuaHblli  nonumopduam, SNP). [pyrue
dopmbl nonmmopduama AHK BkaoyaloT Manbie
nnn 6onbwme G610KM MOBTOPSIOLLMXCS HYK/I€0-
TUOHbBIX NOCNEA0BaTENbHOCTEN (M3MEHEHME YUC-
nla Konuin onpepeneHHoro yqactka, CNV). Takue
reHETUYECKME Pa3MuNa  COCTaBNAT OCHOBY
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Apunbanbn fappos (1857-1936)

reHeTnyecko nHameuayansHoct. B 1908 . aH-
ranickuie matematuk . X. Xapanm un Hemeukuii
Bpay B. BaiiHGepr He3aBucMMO Apyr OT gpyra
npusHanu, 4YTO MeHOENeBCKoe HacnenoBaHue
0OBACHAET 3aKOHOMEPHOCTV B pacnpeseneHun
reHETUYECKMX BAPUAHTOB B Pa3HbIX MOMYNALMAX.
B 1902 r. Apumbanbn Tlappon (1857-1936),
npodeccop MeamumHel B OkchOPACKOM YHU-
BEpCUTETE, MPOAEMOHCTPUPOBAJ, YTO YeTbipe
BPOXIEHHbIX  MeTabonuyecknx 3aboneBaHus
(anbOUHM3M, ankanToHypUsl, LUCTUHYPUS U NeH-
TO3ypuWsi) HacnemyloTcs Mo ayTOCOMHO-peLec-
cvBHOMy Tuny. OH HasBas 3TO BPOXAEHHbIMU
HapyweHusamn obmeHa BewecTB. Kpome TOro,
[appoz 6bln NepBbIM, KTO 0CO3Ha, YTO HEOOb-
e BUOXMMMUYECKUE PA3MYKs MeXZY oabMU
00yCnoBneHbl  MHAMBUAYANbHLIMU  FEHETUYe-
ckumn pasnnumsmn. B 1931 r. uccneposartens
ony6nukoBan MoHorpaduio nop  Ha3BaHUEM
«BpoxaeHHble dakTopbl 3a6onesaHuin» (Garrod,
1931). OH npepnonoxun, 4To Hebonbluve re-
HeTU4yeckme pasnnyns MoryT NMpuBOAWTb K BO3-
HWKHOBEHUIO 3abonesaHuii. [lappoa BmecTe
¢ Y. BeNTCOHOM CTann OCHOBOMONOXHMKaMUN Me-
AMUMHCKON reHeTukun (mexay 1902 n 1909 rr.).
B koHue 1901 r. fappon 1 BeiTcoH Havann 06-
LUMPHYIO MEPENUCKY O FeHeTUKe ankamnToHypun
1 3HaYeHUM KPOBHOIO POACTBa, KOTopoe Mappog,
Habnogan cpefu poauTeneit 3aboneBwmx na-
uneHToB. B nuceme k BertcoHy o1 11 aHBaps
1902 r. Nappopn nucan: «A yxe HEKOTOPOe Bpe-
Ms cobupaio nHbopmaumio 06 MHAMBMAYANbHbBIX
pasnuuuax metabonmama, ata 065acTb KaxeTcs

MHE Manou3y4yeHHON M OLHOBPEMEHHO MHOro-
obeLuatoLLeil, 1 g nonaraio, YTo HeT ABYX MeTa-
60nMYeckn CoBnaJaloLLMX NI0LEN, TOUHO TaK Xe
Kak M aHatomuyecku» (Bearn, 1993). Ognako
KoHuenuus fappoga O reHeTU4ecKkom WHAMBU-
[yanbHOCTW YesnoBeKa B TO BPEMS MPU3HAHUS
He nonyymna. BO3MOXHO, OAHON M3 MPUYKH
ObII0 OTCYTCTBME 3HAHWIA O CTPYKTYPE U PYHK-
umax reHo. Ceiyac Mbl MOAHOCTBIO MPU3HAEM
NHAVBUAYANbHYIO NPeapacnofNioXeHHOCTb K 3a-
6oneBaHMio B Ka4yecTBe BaxHOro ¢aktopa pas-
BUTUSA 3aboneBaHns (CM. MeaumumHckas reHeTu-
ka). HegaBHO reHeTuyeckas MHAMBUAYANbHOCTb
Oblna NPOUNNIOCTPUPOBaHA BapuaHTamu nocne-
posatensHocTv AHK ans 26 nonynsuuii yenose-
ka (Sudmant et al., 2015).

BypHoe pa3BuTue coBpemeHHON
reHeTnku mexxay 1940 n 1953 rr.

Mocne pemoHcTpauum Ha rpube Neurospora
crassa Toro dakta, 4TO OOMH reH OTBeyaeT
3a o6pa3oBaHWe OfHOro depmeHTa (MpWH-
UMN «OAUH TeH, OauH depMeHT», chopmynu-
poBanu bupn v Tatym B 1941 r.), cBs3b mexay
reHeTUKo 1n OuoxuMuelrt crana O4eBUAHON.
Cuctematuyeckme UCCNenoBaHUs MUKpoopra-
HW3MOB MPUVBENN K APYTUM BaXHbLIM OTKPLITUSIM
B 1940-x rr. baktepuanbHas reHeTvMka 3apogu-
nacb B 1943 ., korga CanbBagop 3. Jlypusi u Makc
[enbbptok 06Hapyxunu mytaummn y Gaktepuit.
[pyrMn BaXHbIMW JOCTUXEHWUSIMK CTanu OT-
KpbITWE FEHETUHECKON PEKOMOVHALMN, KOTOPYIO
Ha npumepe 6GakTepuil MPOLEMOHCTPUPOBAN
Ix. Nepepbepr n 3. Tatym B 1946 1. 1 Ha npu-
mepe BupycoB M. ensbptok u Y. Beiinv B 1947 1.,
a Takke HabniogeHne Xepwmn CrnoHTaHHbIX MyTa-
umnii 6aktepmocdaro B 1947 r. U3yyeHne reHetn-
YECKUX SBIEHWI Y MUKPOOPraHN3MOB 0Ka3asioChb
CTO/b X€ BaXHbIM AJ1S AanbHENLero passutus
reHeTuKn, KaKk W WccnefoBaHne Apo30duibl
3a 35 net po atoro (Cairns et al, 1978). B He-
60bLLION, HO O4EHb BAXHOWN KHWre nop Hasea-
HMem «4T0o Takoe Xm3Hb?>» dusmk 3. LWpeanHrep
(1944) nocTynmMpoBan MONEKYISPHYIO OCHOBY re-
HOB. C 3TOr0 MOMEHTa U3y4YEHNE MONEKYNIIPHON
6K1ONOrMnN reHa CTaHOBUTCS LIEHTPaNIbHON TeMOi
B rEHeTuKe.

Fenetnka n AHK

KpynHoe otkpbitve O. 3sepu, K. Makneopa
n M. Makkaptn B WHcTuTyTe Pokdennepa
8 Hblo-Mopke B 1944 r. nokasano, 4To HocuTe-
neM reHetudeckon nHbopmaumm y Haktepui
asnsetca Monekyna AHK. ®pugpux Mwuwep
B 1869 r. onucan JHK kak 0THOCUTENbHO NpO-
CTYI0O MONEKYNy C AJIMHHOW LEnbio, NO3TOMY



OcBanba, T. OBepu B 1937 1. (1877-1955)

CYEN €€ CIMLIKOM MPOCTO ANst XpaHEHUS TeHe-
Tnyecko nupopmaummn. B 1928 r. @. Mpudbout
3aMETWI, YTO CTabWNbHbIE (FTEHETUYECKUE) U3-
MEHEHUS] MOXHO BbI3BaTb Y MHEBMOKOKKOBbIX
6akTepuii, no6aBNB BGECKNETOUHbIA 3IKCTPAKT,
MOJSTY4EHHBIA U3 NMHEBMOKOKKOB ApPYroro Litam-
Ma (NpuHUMN TpaHchopmaumn). dBepu 1 ero
Konnerv NpoLeMOHCTPUPOBANU, YTO TpaHcdhop-
Mupylowmm Havanom aensetca JHK. B 1952 r.
A. Xepwmn n M. HYeirs gokasanu, 41o Tonbko AHK
HeceT reHeTuyeckylo uHdOpPMaLMIo, WUCKIO-
4MB Apyrve mMonekyibl. Mo MHeHuto MakkapTu
(1985) n y6oc (1976), Gnaromaps atomy oT-
KpbITMIO BONpPOC 0 CcTpykType AHK 3aHan ueH-
TpanbHOe MecTo B Guonoruu.

Bonpoc 6bin MOMHOCTBIO pa3peLlleH B KOPOT-
KO OAHOCTPAHWMYHOWM CTaTbe, Ony6IMKOBAHHOM
B xypHane Nature 25 anpensa 1953 . (Watson and
Crick, 1953). ABTOpbI MPenaOXWanN CTPYKTYPY
[OHK B BUAe ABOWHONM cnvpanu, Kotopas COCTo-
fna 13 OBYX KOMMIEMEHTAPHbLIX LenoyeKk yepe-
LyIOLLMXCS MONlekyn caxapa (Ae3okcuprbosa)
1 MoHodocdaTa, OPUEHTUPOBAHHBIX B MPOTUBO-
MOJNOXHBIX HanpaeneHusx. BHyTpu cnvpanbHom
MOJIEKYJTbl HAXOAMUIMCh NapHble a30TUCTbLIE OCHO-
BaHus. Kaxpas napa coctosna u3 nupumuauHa
1 nypuHa, untoauHa (C) n ryaHmHa (G) nam tumm-
Ha (T) n apeHuHa (A). BaxHeiiwein 0co6eHHOCTbIO
6bIN0 TO, 4TO Napbl 0CHoBaHW (C—G 1 A-T) 6binn
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J. D. Watson and F. H. C. Crick
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Crpyktypa OHK, 1953 1.

PacnonoXeHbl BHYTPY MOMNEKY/bl, @ HE CHAPYXW.
Crpyktypy OHK B Buae ABOMHON cnvpanu no-
NIy4nAn nyTeM nocTpoenuns mogenu. Vipes asy-
CNMpasnbHOCTW Obla B 3HAYUTENBHON CTEMEHU
NOATBEPXAEHA PEHTreHOBCKON doTorpadueit
KpucTanamyeckon cTpyktypbl OHK, nonyyeHHoi

®dotorpadusa 51, caenanHas PpaHknnH. BugHa
cnupansHas cTpyktypa AHK
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PosanuuHg ®panknmH (1920-1958)

PosanuHg 3. ®paxknmu (Franklin and Gosling,
1953), nokasasweit, yto JHK aBnsetcs cnupa-
nbto (Maddox, 2002).

Crpyktypa OHK kak pBoiiHOW cnvpanu Cc a3o-
TUCTBIMWU OCHOBaHUSMU BHYTPU OOBLSCHSET [ABa
dYHAAMEHTANIbHLIX FEHETUYECKMX MeXaHu3Ma:
XpaHeHve reHeTn4ecKon nHpopmMauum B UHEN-
HOW ynuTaemor Gopme 1 penankaumio reHeTuye-
ckoin mHbopMaummn ans obecrneyeHmss TOHHOCTU
ee rnepefiayn OT OLHOrO MOKOJIEHMS K APYrOMY.
Cratblo  conpoBoxpanu ase  nybnukauum
Ix. YotcoHa n ®. Kpuka (1953), B kKoTOpbIX Obln
onuncaHbl AOMONHUTENbHbIE aCMeKTbl CTPYKTYPbI
IOHK (Wilkins et al., 1953; Franklin and Gosling,
1953). PaHee, B 1950 r., 3. Yapradd yctaHo-

YotcoH n Kpuk B 1953 1. (poTo SHTOHM
BappwuHrTona bpayHra, Nature 421: 417, 2003)

Mopwc YunkuHc (1916-2004)

BWM, Y4TO UMTO3UH W TyaHWH, a Takxe afeHuH
n TUMUH npucytcTeyloT B JJHK B ogMHakoBom
konuyectse. Tem He MeHee 3TO He nocyuTanv
cnefcTeMeM cnapveaHus ocHosaHmin (Wilkins,
2003). PasHblii Bknag, B OTKPbITUE CTPYKTYpbI
[HK BHecnn MHOrne y4acTHUKM 3TOr0 UCCneno-
BaHus (Watson, 1968; Crick, 1988; Wilkins, 2003;
Maddox, 2002).

Onpepenenve ctpykTypbl AHK cumTaloT Hava-
JIOM HOBOW1 3pbl B MOJIEKYNISIPHO Bronorum nre-
HeTuke. Onucanne OHK kak ABOWHON cnvpanu
NPUBENIO K NMOHMMAaHUIO BO3MOXHOI CTPYKTYPbI
reHeTnyeckoin undopmaummn. Korga ®. Caxrep
B 1955 r. BNepBble onpeaenunn nocieaoBaresib-
HOCTb @MWHOKMCNOT MHCYNINHA, OH NPELOCTaBUI
nepBOe [,0Ka3aTeNibCTBO NMHENHOCTU NepBuY-
HOI CTPyKTypbl 6enka. OHO NMOATBEPAMNO, YTO
nocnefoBaTeNlbHOCTb aMUHOKMUCIOT B Geskax
COOTBETCTBYET JIMHENHOMY YEepPefoBaHMIO Hy-
kneotnaos OHK. lfeHeTnyeckunin kon, onpenens-
oWt cnHTes 6enkoB ¢ ydactnem AHK n MPHK,
6bI1 paclundpoaH B nepmon ¢ 1963 no 1966 r.
M. HwupeHn6eprom, [x. Marteem, C. Ouoa,
C. beHsepom, X. KopaHa un ap. Heckosnbko aBTo-
poB noapobHo onucanu atn cobeitns (Watson,
1968, 2000; Chargaff, 1978; Stent, 1981;
Watson and Tooze, 1981; Crick, 1988; Judson,
1996; Wilkins, 2003).

MoHnmaHve cTpykTypel JHK nossonuno ne-
pPECMOTPETb  MOJEKYNSPHYI0O NPMPOAY reHa.
B 1955 r. Ceiimyp bensep (1921-2007) cocta-
BUJ NEPBYIO reHETUYECKYIO KapTy. OH yCTaHOBUA
MECTOMOJIOXEHNE CMEXHbBIX Aeneuuii obnactu
(rll) 6akTepuodara T4 1 o6HaAPYXM, YTO MyTa-
LM MOXHO pasfiennTb Ha ABe (OyHKUMOHANb-



Hble rpynnbl: A v B. MyTaHTbl, NpuHaanexasLumne
K pasHbiM rpynnam, Morv AOMNOSHATL APYr ApY-
ra, CBOAS Ha HeT dP@eKT Aeneuun; ¢ MyTaHTa-
MW, KOTOPblE MPUHAZNEexXann K OOHOM rpynne,
Takoro He npoucxoguno. Pabota nossonuna
B3MSAHYTb HA eH C TOYKN 3PEHNS MOSIEKYIAPHON
6rionorum.

HoBble meTogbl n pasButne

reHeTuku nocne 1953 r.

C camoro Hayana reHetuka Obina o6nacTbio,
B KOTOPOW HOBble Hay4Hble KOHLEeNuuu nosiBnsi-
loTCs nocne pa3paboTky HOBLIX 3KCMEPUMEH-
TanbHbIX MeToaoB. B 1950-x n 1960-x rr. 6bin
3a10XeHbl OCHOBbI OUMOXUMWUYECKOW TEHETUKM
N MMMyHOreHeTukn. OTHOCUTENBHO MNPOCThIE,
HO HagexHble Npoueaypbl PasaeneHus Crox-
HbIX MOJIEKYN C MOMOLLbIO Pa3nnyHbIX GOpM
anektpodopesa, metoapl cuHtesa AHK in vitro
no KopHbepry (B 1956 I.) u ap. noaxonbl 6binn
MCMONb30BaHbI B reHeTuke. BHeapeHvne MeTonos
KyNbTVBUPOBaHWS KNETOK VMMeno ocoboe 3Ha-
YeHne ONs FeHeTUYeCcKoro aHanm3a 4enoBeka.
I MNMoHTekopso B 1958 r. npoBen reHeTu4eckuin
aHanm3 KynbTUBMPYEMbIX 9YKapUOTUYECKUX KNe-
TOK (reHeTuka comaTuyeckux knetok). M3yyatb
reHeTVKY MAEKOMUTAIOLLNX, BAXKHYIO OJIS MOHU-
MaHWsi FTeHEeTUKN YenoBeka, CTano fierye ¢ no-
SIBNEHWEM METOLA CUSHUS KNETOK B KynbType
(rmbpuamsaums KneTok), KOTOPbIA NPELNOXUIN
T. Mak, I Bapcku, B. 3dpyccn B 1961 1. n ¢ pas-
paboTkori Ox. Jluttdunoom B 1964 r. cpenbl
ONS KyNbTVBMPOBAHWUSA KNETOK, MO3BONSIOWEN
oTobpaTtb ONpefeneHHbIX MYTaHTOB B KyNbTy-
pe  (rMNOKCAHTUHAMUHOMNTEPUHTVMUANHOBAS,
HAT). TeHeTuyeckme noaxoppl, MNPU3HAHHbIE
yCnewHbIM1 B OTHOWEHUM GakTepuil 1 BUpY-
COB, Tenepb MOMU OblTb NMPUMEHEHbI K BbICLUNM
opraHu3Mam, 41O MO3BOAWIO UCKOYUTL Ann-
TENbHOE OXWIAHWE CMEHbI MOKONEHWIA U OTKa-
3aTbCs OT 3KCMEPUMMEHTOB MO PA3MHOXEHMIO.
HacnenctBeHHbii  MeTabonuueckuini — gedekt
y YyenoBeka (ranaktodemusi) Gbii BepBble Npo-
[EMOHCTPMPOBAH Ha KYAbTVBMPYEMBIX KieTKax
yenoseka B 1961 r. P. C. 'pooTom. ToyHoe 4ncno
XPOMOCOM YenioBeka Oblo onpefeneHo He3asu-
cumo W. Tro n A. JleBaHom, a Takxe Y. @opagom
n Ox. XameptoHom B 1956 r. KynbTypbl AnM-
dounToB ObINO  NPEnnoXeHO WCNonb30BaTb
0J1I9 XPOMOCOMHOro aHanmda XaHrepdopaom,
Hosennom un konneramu B 1960 r. MepBble xpo-
MOCOMHblE abeppauuny y yenoseka Obiav onu-
canbl B 1959 1. B 1962 r. TepmaH onucan xapak-
TEp penankaumum 4en0BeYEeCKX XPOMOCOM. dTu
1 Apyrvie OTKPbITAS NPONOXUAN MYTb A5 HOBOM
06nacTv — reHeTvKy YesaoBeka.
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MoneKynapHas reHeTMKa

MpumepHo ¢ 1970 r. B reHeTrKe Havan akTBHO
MCMONb30BaTh HOBbIE MOJNEKYNSIPHbIE MOAXOAbI,
nossonsowye nposoaute aHanua OHK nanps-
Myt0. CTano BO3MOXHbBIM ONpPefenvTb Nocneno-
BaTE/IbHOCTb a30TUCTbIX OCHOoBaHWM JHK meTo-
namu, paspabotaHHbiMu B 1977 1. @. CaHrepom,
a Takke Makcamom u [Mn6epTom (CekBeHUpo-
BaHve JHK). Laxe Hebonblme konnyectsa AHK
MOXHO Obl/10 Pa3MHOXWTb NOCPeACTBOM U306pe-
TeHHoI B 1985 . nosMmepasHoii LenHoN peakumm
(MLP). CeropHa MonekynsipHbii aHanua JHK
MOSIHOCTbIO @BTOMATM3MPOBAH, a MNPUMEHEHME
METO[a BbICOKOMPOU3BOAUTENLHOIO CEKBEHMPO-
BaHUa (NGS) no3BonsieT B Te4EeHUE HECKONbKMX
[IHEeW 1 CYLLEeCTBEHHO AelleBnie caenatb To, Y4TO
paHbLLe 3aHUMAN0 HECKOJBLKO Heaeb.

OTKpbITUE 06PATHOW TPAHCKPUNTa3bl HE3ABUCU-
MO X. TemuHbiM 1 1. Bantumopom B 1970 r. pas-
PYLUMAO OCHOBHYKO [LOrMY FEHETWUKW, COracHo
KOTOPOW NOTOK MeHETUYECKON MHbOPMaLMK LWeN
TONbKO B OAHOM HanpasneHun: ot AHK k PHK
1 ot PHK k 6enKky kak KOHEYHOMY MPOAYKTY reHa.
O6patHasi TpaHckpunTasa npeacraenseT coboi
komnnekc ¢pepmeHtoB PHK-Bupycos (peTposu-
pycoB), cuHTesupyowwmx OHK no matpuue PHK.
[loMMMO TOro 4TO 3TO COBLITME CTANO BaXHLIM
OTKPbITUEM, TaKoW (DEPMEHT MOXHO MCNONb30-
BaTb O/ NOy4yeHns komnnemeHtapHon JHK
(<OHK), cooTBeTcTByIOLLEN KOAMPYOLMM 06~
nacTaM reHa. Takum o6pa3om, reH cTano BO3-
MOXHbIM NPOAHANM3MPOBATb HANPSMYIO, HE UMEst
NPEACTaBAeHNs O €ero KOHEYHOM MPOAYKTeE.
®depmenThl, pacliennsiowmne OHK B onpene-
NEHHbIX MeCTax (cawTax), — 9HAOHYyKneasbl pe-
CTPUKUMN (pecTpukTasbl) — Obln 0BHapPYXeHbI
y 6aktepwuii B. Apb6epom B 1969 . n [l. HataHcom
n . O. Cmutom B 1971 I. (PECTPUKLMOHHBIN aHa-
nun3). Vicnonbaysa Takne GepmMeHTbl, MOXHO Nony-
4ynTb dparmenTsl JHK cTporo onpepeneHHoro
1 BOCMPOM3BOAMMOro pasmepa, a Takxke Bblbo-
POYHO NPOAHANM3NPOBaTb GParMeHTbl MONEKY b
OHK. MoxHo o6beanHuts yyacTkn AHK pasnmy-
HOFO MPOWCXOXAEHWS B OAHY MOMEKyNy U mpo-
aHanM3MpoBaTb €e CBOWCTBAa. Takne MeToabl
B COBOKYMHOCTW NOAYYUAN HA3BAHWE TEXHONOMMNN
pekombuHaHTHbIX JHK (cM. OCHOBbI).

B 1977 r. nccnenosanune pekombuHaHtHol OHK
NPUBENO K HEOXMAAHHOMY OTKPbITWIO: FeHbl BbIC-
LUMX OPraHM3MOB HE SBNSIOTCA HenpepbiBHbIMK
yyactkamun kogupyowen OHK, a npepoiBaotcs
HEKOZMPYIOLWMMU CermeHTamu. Pasmep v no-
CNefoBaTeNibHOCTb KoampyoLwmx cermerTos AHK
(Ha3blBaeMbIX 3K30HAMMK) Y HEKOOMPYIOLLMX Cer-
MEHTOB (Ha3blBAEMbIX MHTPOHAMM) CNELUPUYHBI
[N K&XA0r0 reHa U N3BECTHbI Kak 9K30H-MHTPOH-
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Has CTPyKTypa (3TW [ABa HOBbIX TEPMUHA Oblan
npeanoxexsl B. Tmnéeptom B 1978 12).

leHbl n a3BonOUMA

Bo BpemeHa, Korga CBA3b MEHETUKU U 3BOJIO-
Ly eLle He Obina 06LENPUHATLEIM HAY4YHbIM MO-
TIOXEHVEM, SBOMIOLMOHHBIA Guonor deopocuin
Lo6xaHckuii n3 Yueepcuteta Pokdennepa 3a-
sBUN: «<H1YTO B GMONOrMM HE MMEET CMbICNA, KPO-
Me Kak B cBeTe aBositoummn» (JobxaHckuia, 1973).
CeropHs MOXHO cka3aTb: «HW4TO B 9BOMIOLMK
He UMeeT CMbIcna, KPOME Kak B CBETE FeHETUKM».
[eHbl C COMOCTaBUMbLIMU QYHKUMSIMUA Y Pa3HbIX
OpraHn3mMoB MMeIOT 00LMe CTPYKTYpHbIE OCO-
6eHHOCTW. MIHOraa OHW NPaKTUYECKN MAEHTUYHBI,
4TO CBSI3aHO C MPOLLECCOM 3BOMOLMK. XuBble
OpraHn3mbl CBfA3aHbl Apyr C APYyrom npowc-
XOX[EHMEM OT 0bLLero npeaka. Mpy 3TOM reHbl
Pa3BMBAIOTCSA B KOHTEKCTE TOrO FEHOMA, YaCTbio
KOTOPOro OHU SBNtOTCS. K BaXHbIM 3BOJIOLIMOH-
HbIM MeXxaHW3Mam OTHOCST LybnupoBaHue reHa
nnun apyrux nocneposarensHoctern JHK B reHome
(Ohno, 1970). B xone aBosioLMM CYLLECTBYIOLLME
reHbl N YacTy reHoB AybnmpytoTces, nepecTpan-
BalOTCA M 00bEeANHSIOTCS B HOBbIE KOMOUHALMN.
[eHOM uyenoBeka COLEPXMT MHOXECTBO dpar-
MEHTOB CaiTOB, NPOAYOANPOBAHHLIX B XOAE 3BO-
nounn (cM. feHomuka). BONbLIMHCTBO reHOB BO3-
HUKAeT B MPOLECCce 3BOMIOLMMN U3 OPYrvX, paHee
CYLLECTBOBABLUVX MPEAKOBbIX FEHOB.

Mo6unbHaa QHK

HekoTtopble nocneposatensHoctn JHK moryt
M3MEHSATL CBOE MECTOMOJIOXKEeHe B TeHoMe,
nepemMellasicb Ha HoBoe MecTo. Cyulectyet
HECKONIbKO MEexaHVW3MOB MepemMeLleHns, B Co-
BOKYMHOCTU  Ha3blBaeMbIX  TPAHCMO3ULMENA.
BnepBble MOBUIbHBIE TEHETUYECKME 3N1EMEHTbI
6binm onmcanbl mexay 1950 n 1953 rr. bap6apoii
MakknmMHTOK, cOTpyaHuuel nabopatopumn Kong-
CnpuHr-Xap6op, Helo-Mopk. Oua onucana snu-
AHME TEHETUYECKMX W3MEHEHWN Ha deHoTun
KYKypy3bl 4epe3 nusameHeHus B pabote reHa, Ko-
TOpbIi He Oblfl PAcnosoOXeH B MecTe MyTauyu.
YOMBWTENbHO, HO reH Kak Obl OCYLLECTBASN AMC-
TaHUMOHHOE ynpas/ieHne nokycoM. B nocneayto-
e pabote MakkIMHTOK onucasna ocobble CBOWA-
CTBa 3TOI rpynnbl reHOB, KOTOPLIe OHAa Ha3Bana
KOHTPONVPYIOLLMMYM TEHETUHECKUMU 3IeMeHTa-
MU. KOHTpONMpytoLLye 3N1EMEHTLI MOXHO Kinaccu-
$rumpoBaTh NO MX BO3AENCTBUIO HA APYr1e reHbl
1 MO BbI3bIBAEMbIM MyTaumsam. epBoHavanbHO
pabota MakkKMHTOK Oblna BOCMPUHSATA CKENTU-
yeckn (Fox Keller, 1983; Fedoroff and Botstein,
1992), Ho B 1983 I. 3a 3TO OTKPLITME OHA MONY-
unna Hobenesckyio npemuto (McClintock, 1984).

CerOJJ,HSI Mbl 3HAEM, 4YTO Pa3Hble TUMbl TPAHCMO-
30HOB, MCMONb3yKLWMe pPas3/indyHble MexaHU3Mbl
nepecTpoiiki, 06pa3yloT CemeicTBa TPaHCMo-
30HOB. TpaHcnoauums obecneymBaeT rmbKoCTb
reHoma B xoae 3BOouUnn. V|HOF,EI,a TPAHCMO30H
BCTPaMBaeTCs B reH U BbI3bIBAET 3ab0/eBaHne
(Reilly et al., 2013; cm. TeHoMuKa).

3nureHeTukKa

OnUreHeTMKo HasbiBaloT pasaen bruonorum, Ha-
npas/ieHHbIA Ha U3yYyeHVe B3aUMOAENCTBUIA re-
HOB 1 onpeaensioLLmx GeHoTUN NPOAYKTOB reHOB
(6enkoB 1 HebonbLuMx monekyn PHK, yyacTByio-
LUMX B PErYNATOPHbLIX NpoLieccax). B nocnegHue
rofibl 3MUreHeTNKa BbI3bIBAET 3HAYUTENbHbIN
nuTepec. B 1942 r. C. X. YooauHrToH ob6pasosan
3TOT TEPMUH U3 CNIOB «FEHETUKA» U «3MUreHE3».
AnureHeTka 06beaMHAET FreHeTUKy 1 G1ONornio
Pa3BUTWS, KOHLEHTPMPYSCb HA HACNEACTBEHHbIX
N3MEHEHNSX 3KCTMPECCUM TeHOB 63 COMyTCTBY-
IOLLMX M3MEHEeHUI B nocnegoBatensHocT AHK.
OnureHeTMYECKNE W3MEHEHUS SBASIOTCS BaX-
HbIM MEXaHW3MOM KOHTPOJISt aKTUBHOCTU MHOTUX
reHoB.

[HK-accouumpoBaHHble  6enku  (TMCTOHOBbLIE
6enku, WM TUCTOHBLI) XpomaTuHa (onpene-
NneHHbIM - 06pa3om  CTpykTypupoBaHHoi  AHK
B A4pe KNetkn) moaudbuumpyloTcs nocpen-
CTBOM Pa3/IMYHbIX MONEKYNSPHBIX MEXaHU3MOB.
CneupnanbHble GepMeHThl LOOaBN[IOT UK yaans-
0T B OMpeaeNeHHbIX MeCTax METWU/bHbIE FPYMMbl
(y AHK), auetunbHble unn docdatHble rpynnbl
(y 6enkoB), 4TO MeHsieT dYHKLMOHAIbHOE COCTO-
SHMe xpomatuHa (cM. ¢. 196 n 250). HekoTopble
COCTOSIHUS CBSI3aHbl C aKTUBHOCTbIO FEHOB, TOraa
KaK apyrue npenctaBnsioT coboil nofaBneHHoe
reHeTnyeckoe coctosiHue (6e3peiictane). bonee
250 pmddepeHumansHO METUAMPOBAHHBIX 06-
nacten (DMR) B reHomMax 4enoBeka v Mblln ae-
MOHCTPUPYIOT 0COOLIA MATTEPH METUAMPOBAHNS
OHK. MetunuposanHaa JHK cooTBeTcTBYET re-
HETUYECKN HEAKTUBHOMY COCTOSIHWIO, TOrAa Kak
HemeTunvpoBaHHylo JHK MOXHO 0BHapyxuTb
B FEHETUYEeCKM akTuBHbIX obnacTsx. B onpene-
JIEHHBIX Cryyasix 9KCMPeccupyeTcst NWLlb OAUH
13 annenei, nmbo martepuHckoro (mat), nmb6o
OTLLOBCKOro (pat) npoucxoxaeHus. B atom cny-
yae TobKO OAMH 13 anneneit 4aHHOro reHa (unu
obnactn [HK) sBnsieTcs HemeTunIMpoBaHHbIM
1 aKTMBHBIM, TOrga kak ApYroi annenb MeTunm-
pPOBaH W HeakTMBeH. 1pn 9TOM xapakTep MeTu-
NMPOBAHMSI ONPEAENsieT POAUTENLCKOE MPOUC-
XOXOEHWe annens: MeTUIMPOBaH MOXET OblTb
annenb marepuHckoro (mat) wnam OTLOBCKOrO
(pat) mpoucxoxpeHus. ITOT NaTTeEpH, Ha3blBa-
€Mblli TEHOMHbIM UMMPUHTUHIOM, MepefaeTcs



[OYEPHUM KNeTKaM M COXPaHSeTcs B Yepeae ae-
nenuii. Metunuposanve OHK cnyxut BaxHbIM
MEXaHN3MOM KOHTPONS 3KCMPECCUM MeHOB, Tak
4TO OWMOKM YCTAHOBAEHUS WAN MNOALEPXAHUS
NPaBWLHOrO NaTTepHa METUAMPOBAHUS MPUBO-
[AT K HapYLUEHUAM FEHOMHOIO UMMPUHTUHTA (CM.
c. 210 384).

lFeHeTnyeckana Knaccupukayuma
6onesHen

COBPEMEHHbIV FeHETUYECKIIA 1 FEHOMHBbI aHanu3
BHOCWT OrpOMHbIV BKNaf, B AUArHOCTUKY 1 Nieve-
Hue 3aboneBaHi YenoBeka (reHeTVKY YenoBeka).
MOXHO yTBEPXAaTb, YTO Hay4YHOe HanpaeneHue
reHeTukn yenoseka copmmposanocb B 1949 r.,
korga Obl1o0 co30aHO AMepukaHckoe 00LWEeCcTBO
rEHETUKN YeoBEKa M NOSIBUACS NEPBbIA XypHan
TaKoW HanpasIeHHOCTU: «<AMEPUKAHCKINIA XypHan
reHeTukmn Yenoseka». Kpome toro, B 1949 r. nos-
BWJICS NEPBbI y4eBHUK MO rEHETHKE YenoBeka —
«OcHOBbI reHeTukn 4enoseka» Kyprta LUtepHa
(LWrepH, 1973).

Kak nogpo6Ho wuanoxeHo baptoHom Yunacom
(1999 1 2016; Childs and Pyeritz, 2013), MOXxHO
BbIZENWTb ABa Pa3/IMYHbIX B3rNsA4a HA KOHLENLMIO
6one3Hn. CornacHo NepBoMy B3rnsidy, BrepBble
npeacrasneHHoMy Yunbsimom Ocnepom B €ro
dyHpameHTanbHoM pabote «[puHLMnBl U Npak-
Tvka B MegnuuHe» B 1892 r., 3ab6oneBaHne Mox-
HO paccMaTpuBaTh KaK «CIIOMaHHbI MEXAHU3M»,
KOTOPbI HEOOXOAMMO 0BHAPYXWTb U UCMPABUTD.
B aT0ii cucteme 60ne3HM B OCHOBHOM Kiaccu-
GUUMPYIOTCH B COOTBETCTBUM C X HEHOTUMNOM,
CPOKOM MaHudecTaumm, nopaxaembiMy CUCTe-
MaMu OpraHoB, BO3PacTOM ¥ NoaoM. Takoin noa-
XO[, He NpeanonaraeT BbIICHEHWe BOMpoca, no-
4yeMy KOHKpeTHoe 3aboneBaHve nopaxaeT Toro,
a He MHOro Yenoseka. KoOHLenuWsi reHeTmyeckom
MHAMBMAYansHOCTM lappoga, HaobopoT, cTaBuT
BOMPOC O TOM, MOYEMY PA3BUBAETCS KOHKPETHOE
3abonesaHue. CornacHo aTomy noaxony 60nesHb
paccMaTpuBaloT Kak CrneacTeve aucbanaHca re-
HETUYECKON MHAMBMAYANbHOCTU NAaUMEHTa 1 yC-
JIOBUIA  OKpyXatowern cpedbl. B meguumHckom
reHeTvke Yyenoseka 3abosneBaHus knaccmbuum-
PYyIOT MO reHoTWNy, a He No deHoTuny (KMHK-
4eckuM nposiBNeHusM). 34echk NepBONPUHMHON
60Me3HN CYUMTAIOT MBMEHEHUS B T€HHbIX JIOKYCaXx,
a He deHoTvN. Tunbl MyTaUMin NPeACTaBNSOT CO-
6011 MONeKynspHyto natonoruo. MHorve reHeTu-
yeckme 3ab0feBaHNS UMEKT CXOXMIA peHoTun,
XOTSl SIBASIOTCS CNEACTBMEM MATONOrMYECKMX
N3MEHEHWIA B PA3HbIX FreHax. OTO Ha3blBAOT 3TU-
0JI0rN4ECKOW (FEHETUYECKOM) FreTEPOreHHOCTbIO.
Kpome Toro, mepectpoiiku B pasHbix 0bnacTsx
O[IHOTO M TOFO Xe reHa MOryT MPMBECTM K Pas3nuny-
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HbIM eHoTMnaM. feHeTnyeckas reTeporeHHoOCTb
SBNAETCS BAXHbIM MEXaHW3MOM, KOTOPLIN BCeraa
HEOOX0AMMO Y4MTbIBATb NPU AUArHOCTUKE reHe-
TUYECKUX HAPYLLEHUI YenoBeka.

BonesHb CYMTAIOT FEHETUYECKU AETEPMUHMPO-
BAaHHOW, €CNM OHA B OCHOBHOM (MM B LIESIOM)
Bbi3BaHA  (YHKUMOHANBbHON  HELOCTaTO4HO-
CTbiO TEHOB WNN MX HEMPABUNLHOW PErynsumen.
[eHeTnyeckne paccTponcTBa MOXHO OTHECTU
K LWecT oBLMPHLIM KaTeropusam: 1) MOHOreH-
HblE; 2) XPOMOCOMHbIE; 3) CNIOXHbBIE (MONUIeHHbIE,
C BAMSIHUEM OKpyXaioLien cpefbl); 4) reHom-
Hble PaCCTPOICTBA, BO3HMKAlOLME B pe3ysbra-
Te onpefeneHHbIX CTPYKTYPHbIX O0COBEHHOCTEN
reHoma 4enoBeka, npegpacnonaralwmx K Bo3-
HWKHOBEHMIO NepecTpoek cermenToB JHK; 5) co-
MaTuyeckne Mytaummn (pasnuyHole GopMbl paka)
1N 6) HapyweHWs UMMNPUHTUHIA, BO3HUKAIOLLME
B pesynibTate abeppaHTHbIX NaTTEPHOB UMMPYH-
TMPOBAHHbIX FTEHOB (CM. DNUreHeTnKka).
HekoTopble HapyLieHVst 06beaNHAET CUrHabHbIN
nyTb, NPEPbIBAEMbIA MyTaUMEN UM NEPECTPON-
Kol reHa (cM. MeguupHckas reHeTuka). O6uwas
4yacToTa reHeTMYeckn AeTePMUHMPOBAHHBLIX 3a-
6oneBaHuii B 4eN0BEYECKOW MONynsaLmmM cocTaB-
nset 3-5% (cm. Tabn.).

Hanbonee BaxHO 1 pacnpoCTPaHEHHO rpynnoi
3ab0neBaHuii ABASIETCA rpynna, B KOTOPYKO BXO-
[ST NOAUrEHHbIE MU MyNbTUDAKTOPHbIE 3ab0e-
BaHWs. OHW ABNSIIOTCA Pe3yNbTaTOM BO3LENCTBIS
OKpyXatollein  cpefbl, B3aUMOAENCTBYIOLLEN
C WHOMBWOYaNbHOW FEHEeTUYEeCKOol Nporpammon
3ab0neBLUEro yenoseka. BaxHbiMK nprmepamu
ABASIOTCH  OTHOCUTENbHO — PacnpoCTPaHeHHbIe
XpOHMYeckue 3aboneBaHus, Takve Kak BbICOKOE
KPOBSIHOE [aBjieHue, runepaMnuaeMus, caxap-
HbIl oyabeT, nogarpa, NCUXMYeckue paccTpoii-
CTBa, HApPYLUEHUS MHTENNEeKTa, HapyLeHnst npo-
rpaMMbl CTApPEHWSI U HEKOTOPbIE BPOXIEHHbIE
nopoKM pas3euTus. WX mpuunHa He B MyTauum
Kakoro-To OHOrO reHa, a B COYeTaHun onpeae-
NIEHHbIX annenev cpasy AN HECKONbKUX FeHOB
1N NPEeApacnoiokEHHOCTN K AAHHOMY Hapylue-
HW0. [lpyroin pacnpoCTPaHEHHOW KaTeropuei
reHeTnyeckux 3aboneBaHUil sBNSETCS pak —
6onbluas reteporeHHas rpynna reHeTMYeckyx Ha-
PYLLUEHWIA, BO3HMKAIOLLMX B pe3y/bTate MyTaLuuii
B COMAaTUYECKMX KIeTKax WAW HaCNeACTBEHHbIX
N3MEHEHWIA B NOMOBbIX KNeTKax.

Ha CerogHsWHWA [OeHb CyLLeCTBYIOT MHOro-
YUCNEHHbIE NOApa3neNbl FeHETVKM YenoBeka,
TakMe kak OGMOXMMMYecKas reHeTuka, MMMYHO-
reHeTuKa, reHeTuka COMAaTMHYEeCKMX KNEeTOK, Lu-
TOreHeTVKa, KIMHMYEeCcKas reHeTuka, nomynsauu-
OHHas TreHeTuKa, TepaTonorvsi, MyTauMOHHbIE
NCCNepoBaHns 1 ap. Passutre reHeTkn 4eno-
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Ta6nuua. Kateropum 1 4actoTa reHeTU4ECKM AETEPMUHMPOBAHHBIX 3a601eBaHNi

Kateropus sabonesanus Yacrtora Ha 1000 yenoBsek*

Bce MoHoreHHble 3a6oneBaHust 5-17
AyTOCOMHO-peLEeCCUBHbIE 2-7
AyTOCOMHO-A0OMUHAHTHbIE 2-8
X-cuenneHHble 1-2
XpomocoMHble abeppauun (CBETOBaS MUKPOCKOMNS) 507
KomMnnekcHble HapyLLUeHWs (MOIUreHHbIE) 70-90
[eHOMHble 3a60neBaHUsA 5-10
ComaTtunyeckre mytaumm (pak) 200-250
MwuToxoHapuanbHbele 3abosieBaHns 2-5
HapyLlennsa uMnpuHTUHra 1-2

*an/IMeprle AaHHble, B3ATbIe N3 Pa3/IN4HbIX MICTOYHUKOB.

BEKka Kak Hay4YHOro HampasfieHusi Xopowwo 0606-
LeHo B. Makkbtocrkom (1992), B. MakKbloCHKOM
n M. Xapnepom (2013), ®. dorenem n A. Mo-
Tynbcku (1997).

OrpoMHbIiA MPOrpecc B MeAULMHCKMX acrnekTax
reHeTUKN Yenoseka (MeOVUMHCKON TFeHeTuKe),
B Y4aCTHOCTM MPU MOHOrEHHbIX PaCCTPOWCTBAXx,
ny4we scero otpaxeH B Mendelian Inheritance
in Man — karanore reHoB 4enoBeKa W reHeTu-
yeckmx pacctpoicts (McKusick, 1998). OH Ha-
xoguTcs B cBOOGOOHOM poctyne B VHTepHeTe:
Online Mendelian Inheritance in Man (OMIM),
6bin BriepBble onybnvkoBaH B 1966 . BukTo-
poMm A. Makkblocukom (1921-2008) B YHuBEp-
cuteTe IxxoHa XonkuHca B bantumope v Bblaep-
xan 12 nevatHbIx napanuin (1968-1998). Kaxpas
3anucb B 37O 6a3e JaHHbIX UMEET YHUKabHbI
LLIeCTU3HaYHbI Homep. NepBas undpa ykasbisa-
€T Ha cnocob HacneaoBaHMS UKW TUM MONEKYASP-
HOro HocuTens (1, ayTOCOMHO-AOMUHAHTHBIN; 2,
ayTOCOMHO-PELECCUBHBIN; 3, X — XPOMOCOMHbIIA;
4, Y — XpOMOCOMHbIN; 5, MUTOXOHAPWANbHLIN; 6,
[OMONHWUTENbHAs MOonekynspHas MHopmauus
[OMIM, Online Mendelian Inheritance in Man, cm.
c. 408]). ins BCeX YNOMSIHYTbIX B 3TOI KHUre 3a-
6oneBaHuii NPUBEAEHDI LLECTU3HAYHbIE HOMEpa
OMIM.

MpoekT «feHOM YenoBeKa» n gpyrune
MeXxAayHapoAHble MHNUMaTNBbI

Hogasi apa B reHoMuke Hadanack B 1990 r. ¢ 3a-
nyckom npoekta «[eHom u4enoseka» (HGP)
N CBSI3AHHLIX C HWUM WCCNEAOBATENbCKMX MPO-
rpaMm no MHOrMM Apyrum opraHuamam (Lander
and Weinberg, 2000; Green and Guyer, 2011).
MpoexT 3aBepunncs B 2003 r. nybnvkaumei ata-
NOHHOW nocnepoBaTensHocT AHK yenoseka

(IHGSC, 2004). 3T0T MexayHapOAHbI MPOEKT
00beVHAN YYEHBIX HECKONbKUX CTPaH Mog, py-
KOBOACTBOM OvOMEeAMUMHCKMX LeHTpoB B CLUA
n BenukobpuTtaHun. OCHOBHOW Lenbio npoekTa
ObINO onpefenvTb COCTOsILLY0 13 3 MapA nap
HYKNeOoTUAO0B NOMIHYI0 nocnefosatenbHocTb JHK
reHoma 4enoseka. dTa HENpPoCTasi B TO BPeMS
3afa4a Gblia conocTaBvMa C MPOYTEHNEM KaX-
[0 OTAENbHOM OYKBbI LUMPUHOM 1 MM B LLENOYKe
OykB anvHor 3000 kM. MepBobIi BapuaHT cekse-
HWPOBAHHOIO FEHOMA YEeN0BEKa, OXBATbIBAIOLLMIA
npuénuantensHo 90% reHoma, o6HapogoBanv
B mioHe 2000 r. (IHGSC, 2001; Venter et al, 2001).
My6nukaums nonHow nocnenosatenbHocTn OHK
reHoma yesnoseka coctosinach B 2004 r. (IHGSC,
2004). Bce yenoBeyeckmne XxpoMoCoMbl Bbiin nos-
HOCTbIO CeKBEHUPOBaHbI (CM. /I36paHHble caiTbl
C nHdopmaument o reHetrke n reHome Nature
Web Focus: Human Genome Collection n OMIM).
Bckope nosiBuaoCk HECKONbKO LOMOSHUTENbHbIX
MexayHapoaHbix npoekToB (HapMap, ENCODE
1 Op.), HaNpaBAeHHbIX HA NPOABUXEHWE ONpeae-
JIEHHbIX 06N1ACTeN NCCNe0BaHWIA.
MexayHapoaHbli  npoekT HapMap 6bin 3a-
nyweH B 2002 . Kak MPOEKT, HamnpaBfiEHHbIN
Ha BbISIBIEHNWE BCEX EHETUYECKMX BapWAHTOB
nocneposatensHoctn OHK. 3tn BapmaHTbl Mo-
ryT OKasblBaTb CYLLECTBEHHOE BAMUSHME HA Mpu-
YMHbl 3a00neBaHNin UM onpeaensTb peakumio
nauueHTa Ha NekapCTBeHHble npenapatsbl (CM.
MN36paHHble caiTbl C MHPOPMaLME O reHeTrKe
N TreHoMe: MeXAyHaponHbli npoekt HapMap).
ENCODE (39Humknonegust anementoB JHK) —
MEXAYHaPOAHbIN KOHCOPLIMYM, U3yYalolwmii Bce
(YHKUVOHANbHBIE 3NIEMEHTBI B FTEHOME YeNloBeka
(cM. M3bpaHHbie cainTbl ¢ MHdOPMaLMel O reHe-
Tuke n redHome: Encyclopedia of DNA Elements).
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MpoekT «3nureHom yvenoseka» (HEP) coapaH
IAnst 0OHapyXeHus 1 KaTanorn3auum BCcex Bapu-
abenbHbIX MO3ULUIA METUAMPOBAHUS B reHOME
yeno.eka.

3abnyxpeHns B reHeTUKe: eBreHunKa

EBreHnka (eugenics) — TEPMWH, BBELEHHLIN
®paHcucom lanstoHom B 1882 I, KOTOPbLIA 03-
Ha4yaeT y/yylleHne 4YenoBeka reHEeTUYEeCKUMM
cpencteamun. B nepuog mexay 1900 n 1935 rr.
MHOIrME CTPaHbl MPUHAAN MOAUTMKY U 3aKOHbI,
KOTOpblE, Kak Mpeanonaranochb, yMeHbLIanu nuiam
YCTPAHSANN HAKOMNEHNE <HEXENATENIbHbIX» FEHe-
TUYECKUX MPU3HAKOB B nonynsummn. Cymtanocs,
yTo Genas paca MMeeT NPeBOCXOACTBO Haf, ApY-
MM pacamu, HO CTOPOHHMKM Takoro noaxona
He MOHUManM, YTO FeHETUYEeCKU OnpeaesieHHbIX
4enoBeyeckMx pac He cyllectsyeT. EBreHuka
npegnonarana, 4to cTepunM3aumna nogen ¢ 3a-
60neBaHUAMM, CUUTAIOLLMMUCS HACNEACTBEHHbI-
MW, YAYYLWINAT YenoBeyeckoe oblectso. K 1935 .
3aKOHbl O CTepunausaumm pabotanu B [aHum,
Hopservu, LUseuunn, fepmanun un LLsenuapun,
a Takke B 27 wrartax CLUA. MmaBHbIMK 06beEK-
Tamy ObinM MUA C MCUXMYECKMMU PaCCTPOM-
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CTBaMy Pa3fNMYHON CTEMEHW WAW 3nunencuei,
a TaKkxKe NPEeCTYNHUKN 1 FTOMOCEKCYannCTbl. XOTs
B GO/bLUMHCTBE CNyYyaeB 3asiBNeHHas Lenb Obina
€BreHNYeCcKom, Ha NPakTKe CTEPUIM3ALMIO Bbl-
MONHSAM MO COLMAnbHbIM, @ HE MO FEeHETUYECKM
npu4nHaMm.

[MonHOe OTCYTCTBME 3HAHWIA O CTPYKTYPE U PYHK-
LMSIX TEHOB, BO3MOXHO, MPUBOAMIIO K OLUINGOY-
HOMY MOHVMMaHWUIO EBreHWKW, npennonara.Lle-
MY, YTO «MJIOXWE FEeHbl» MOFYT ObITb YCTPaHEHbI
13 yenoBeyeckmx nonynsaumin. CerogHs mMbl 3Ha-
eM, 4YTO MHOrve HeraTuBHble pPacCTPOCTBa
BOBCE HE SBNSIOTCA HACNEACTBEHHbIMU MO0
MMEIOT KOMMEKCHBIA FeHETUYECKMIn XapakTep.
B Takux cnyyasx ctepunm3aums HUKoum obpa-
30M HE YMEHbLUWT YaCTOTy FEeHOB, NMPUBOASALLMX
K pasBUTUIO YMCTBEHHOW OTCTanoCTu W ApPyrux
paccTpoiicTs. B HaumcTckon fepmarum ¢ 1933 1.
[0 KOHUa BTopoit mnpoBoii BoWHbI B 1945 . eB-
reHUKy MCNOb30BaM B Ka4ecTBe npeagsiora ans
LUIMPOKO  PacnpoCTPaAHEHHON  AMCKPUMUHALLMN
1 yéunincTBa MUIMOHOB HY B YEM HE MOBUHHbIX
nogen, KoTopbiX  cumTann  «6ecnonesHbIMu»
(Miiller-Hiil, 1988; Vogel and Motulsky, 1997;
Strong, 2003). OgHako nofobHble Teopun, 06b-
ACHsIeMble IKOObl FEHETUKOM, HE MMEIOT Hay4YHOro
060cHOBaHNs. COBPEMEHHbIE FeHETVKM MoKasa-
NN, YTO HENPOAYMAHHbIA E€BreHNYECKMIA MOAXO0A,
HEe NO3BONSET YCTPAHUTbL UM YMEHBLUUTL YACTOTY
reHeTndeckux 3abonesaHuii yenoseka. K niogsam
B TO BpEMsl MPUMeEHsSAM PparMeHTapHble reHe-
TUYECKMe 3HaHWS, MOCKOSIbKY HMYero He Obino
N3BECTHO O CTPYKTYpe reHoB. [eicTBUTENLHO,
0o 1949 r. npvHUMNManbHOro nporpecca B UC-
cnefoBaHUV reHeTUKI YenoBeka He Obio. Tenepb
npaBUIbHLIM CUMTAIOT AMaMeTpanbHO MPOTUBO-
NoNoXHbI nopxon. O4eBMAHO, YTO FreHETNYECKM
[eTEPMUHMPOBaHHbIE 3a00NEBaHNS He MOryT
OblTb MCKOPEHEHbI, N 0OWECTBO AO0MKHO ObITh
roTOBO K X BO3HUKHOBEHWIO. HVKTO He cBoBoaeH
OT reHeTuyeckoro 6pemenun. Kaxnblii yenosek
HeceT npumepHo 10 uny Gonee NoTeHUMANbHO
BPEOHbIX VM3MEHEHWIA B FEHOME, KOTOpble Mpu
onpenenieHHbIX 06CTOATeNbCTBAX MOTYT HEOXMU-
[IaHHO NPOSIBUTLCS B OO0 CeMbe Kak reHeTnye-
ckoe 3aboneBaHue.

ITnyeckne n coymnanbHbie

npo6nembl, o6pa3oBaHue

MpoekT «[eHoM u4enoBeka» yAenun Takke BHU-
MaHVe 3TUYECKUM, MPABOBLIM W COLMANbHBIM
BOMpOCaM  (MccnepoBaTenbckasi — nporpaMma
Mo 3TUYECKMM, NPABOBLIM 1 COLMAbHLIM acnek-
Tam ELSI). 910 HanpaBneHve COCTaBnsiio 3Ha-
ynTenbHylo YacTb npoekta HGP BBuay paneko
UAYLLMX NOCNEACTBUN NMEIOLLYXCS N OXMAAEMbIX
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3HaAHWIA 0 reHax v reHoMe YenoBeka. B 3aBucumo-
CTM OT CeMenHOro aHamHesa u Tuna 3abonesa-
HUS CErOAHS MOXHO MOJYYUTb MPOrHOCTUYECKYIO
MHdOopMaLMio 0 3a6oNeBaHNM 3a rofbl UK Aaxe
LECATUNETUs [0 NOSIBIEHUS CUMMTOMOB. 9TO MO-
3BOJISIET PACLUMPUTb BPEMEHHBLIE PaMKV AVArHo-
cTvkn. Kpome Toro, He TOMIbKO NOCTPaAaBLUMiA ve-
NOBEK, MaLMWEHT, HO 1 IPYrUe, T. €. YeHbl CEMbMU,
MOryT nony4utb MHbopMaumio 0 co6CTBEHHOM
pvicke 3aboneBatb UM pUcke pa3BuTus 3abone-
BaHWsl y CBOEro NMoToMcTBa. Bo3aMoXHOCTb npo-
BOAMTb [JOCUMMMNTOMATMYECKOE WM MPOrHOCTY-
4eckoe reHeTMHeckoe TeCTUPOBaHWE NPUBOAUT
K MOSIBNIEHNIO HOBBIX BOMPOCOB 06 MCMOJb30Ba-
HUW FeHETUYECKMX JaHHbIX. Mpexae 4eM BbIHECTN
peLleHne O MPOBEAEHUN FEHETUYECKOro TecTa,
HEOOXOAMMO Y4eCTb MHEHME YenoBeka; NHGOp-
MVPOBaHHOE COrflacue AOMKHO ObiTb MOy4EHO
TONIbKO MOC/Ee TOro, Kak BCE 3aMHTEPECOBAHHbIE
nuua GyaoyT Hagnexawmm obpasoM npovHdop-
MWPOBaHbI O Lienn, 060CHOBaHHOCTY, HaLLEXHO-
CTW, a Takxe BO3MOXHbIX MOCNEACTBUSX TECTU-
poBaHWsi. B HEKOTOPbIX CTPaHax MPUHATHI 3aKOHbI,
rapaHTvpytowme, 4to nobas nosyyeHHas rexe-
Tyeckas nHoopmauus 6yaeT ucnonb3oBaHa mc-

KNIOYUTENBHO B MHTEPEcax COOTBETCTBYIOLLEro
nvua; nepep, TeCTMPOBaHMEM Monay4atoT MHbOP-
MVPOBaHHOE COornacve naumeHTa n obecneynsa-
10T KOHOUAEHLMANBHOCTb AAHHbIX.

3aBepLueHne npoekTa «[eHOM Yenoseka» 1 BHe-
[IPEHNE HOBbIX WHCTPYMEHTOB TE€HOMHbIX UC-
CnefoBaHwii, B 4aCTHOCTW OTHOCUTENBHO He-
[OPOrMX  BbICOKOMPOW3BOAUTENBHBIX METOLOB
cekeHunpoBanna JHK (NGS, BTopoe nokoneHue,
cM. ¢. 80), ¢ 2005 . OTKPbINM HOBYIO 3PY B FEHOM-
Ho meamumte (Green and Guyer, 2011; Lupski et
al, 2011). Tenepb BO3MOXEH NOSHOr€HOMHBbIA MO-
MCK reHeTNYeckmx GpakTopoB, nexallyx B OCHOBE
KOHKpETHOro 3aboneBaHuns (MOAHOrEHOMHBIN No-
1cK accoupauuia, cM. c. 236). ECTb BOSMOXHOCTb
BbIAENNTL TEHETUYECKME WU  HEreHeTu4eckme
OCHOBbI 3260N1€BaHNS 1 ONPEAENUTb UHANBUAY-
anbHble $akTopsl pucka. HebnaronpusTHele pe-
akumn Ha dapmnpenapartbl (GapmakoreHeTvKa)
TaKke MOXHO BbISIBUTb HA MOJIHOr€HOMHOM YPOB-
He (dapmakoreHomuka). JlioOGylo HOBYO, paHee
HEN3BECTHYIO FTEHOMHYI0 MHbOopMaLMio Heobxo-
[MMO MCMNONb30BaTh NPV MHANBUAYANBHOM KOH-
CY/NbTUPOBaHUM, YTOObI NPUHSATHL PelleHne B UH-
Tepecax nauueHTa.
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org wu hitp://www.sanger.ac.uk/perl/genet-
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N TEHEeTMYECKOro KOHCY/NbTUPOBAHWS mtofew
1N cemell co cneunpuyeckuMmn HacneacTBeH-
HbIMK 3a60neBaHMAMU. JOCTYNHO MO CCblke
https://www.genetests.org.*
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Available at: http://genome.ucsc.edu/.*

Genome — wide Association Studies. JocTtynHo
no cceinke http://www.genome.gov/GWAStu-
dies/.*
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no cchinke http://www.epigenome.org/.*

MexayHapogHblii  npoekT HapMap. [ocTynHo
no ccbinke www.hapmap.ncbi.nlm.nih.gov.*
National Human Genome Research Institute.
JocTynHo no ceeike http://www.genome.gov/

Planning/.*

MITOMAP. Basza gaHHbIX N0 MUTOXOHAPUANLHOMY
reHomy yenoseka. [1ocTynHo no ccolnike http://
www.gen.emory.edu/mitomap.html.*

National Center for Health Statistics at Centers
for Disease Control and Prevention. JoctynHo
no ccoinke http://www.cdc.gov/nchs/.*

Nature Web Focus: Human Genome Collection.
JoctynHo no cceinke http://www.nature.com/
nature/supple — ments/collections/humange-
nome/.**

OMIM. Online Mendelian Inheritance of Man.
JocTtynHo no cceinke http://www.ncbi.nim.nih.
gov/omim.*

Online Metabolic and Molecular Bases of
Inherited Disease. [IOCTYnHO MO CCbifke Www.
ommbid.com/.*

Thousand Genomes Project. ZlocTynHO no ccbin-
ke http://www.1000genomes.org.*

**INo cocTosIHMIO Ha 24 sHBaps 2012 1.
* Mo cocTosiHMIo Ha 6 ntoHs 2017 1.
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AOCTUXEHUA, KOTOPbIE CMOCOBCTBOBAJIU PA3BUTUIO TEHETUKIA

(Tak KaK B CAMCOK monanu Nnb M3bpaHHble Ao-
CTVKEHUS, ero Henb3s CYMTaTb NOJHLIM; NPUHO-
CUM CBOW W3BMHEHMS aBTOpaMm, KOTOpble B HEM
He YNOMSHYTbI.)

1665

1827

1839

1859

1866

1869

1874

1876

1879

1883

1888

1889

1892

1897

OnwucaHbl KneTku, BBEAEH TEPMUH «KNET-
Ka» (P. Tyk)

OnucaHa  Yenoseyeckas
(Kapn 3. doH bap)

anuekneTka
KneTkun npr3HaHbl OCHOBOW XMBbIX Opra-
H13mMoB (M. LLnerigen, T. LUBaHH)

CdhopmynrpoBaHbl NOHATUE U BaKTbl 3BO-
noumn (Y. JapsuH)

3aKOHbl  HacnegoBaHWs MO OTAENbHbIM
«akTopam», OEVCTBYIOLLMM KaK OOMU-
HaHTHble nnu peueccrBHble (I MeHgenb)
«HykneuH»: HoBasi obnafatolas KUCnoT-
HbIMK  cBOWCcTBaMM docdopocoaepxa-
Las AnuHHas monekyna (. Muwep)
HanpeHbl pasnuyns Mexay MOHO3MroT-
HbIMW U OU3UrOTHBIMK  BAM3HEeLaMu
(K. OapecT)

«Mpupopa v BocnutaHune» (P. ManbToH)

OnucaHbl XpOMOCOMbI B MuTO3€ (B. Pne-
MVHT)

KonviyecTBeHHbIE acnekTbl HacnenCTBeH-
HocTn (. ManbToH)

TepmuH «xpomocoma» (B. Banbaeriep)

TepMUH «HykneuHosas kucnota» (P. Anbt-
MaH)

TepmuH «Bupyc» ([. iBaHOBCKUIA)

OTKpbIThl PepMeHTHI (3. ByxHep)

1900

1901

1902

1906

1907

1908

1909

1910

1911

1912

1913

MpuaHanune otkpbiTiA . Mengens (X. e
®dpuz, 3. Yepmak, K. KoppeHc, HezaBucu-
MO Zpyr OT Apyra). [pynnbl KPOBK CUCTE-
Mbl ABO (JlaHaLiTeiinep)

TepmuH «myTaums» (X. e ®pus)

YCTaHOBNEHO, 4TO HeKOoTOopble 3abone-
BaHWSI 4YenoBeka HacnegyilTcs B COOT-
BETCTBUM C 3akoHamu MeHpens (Y. BaiT-
CcoH, A.Tappopn). lonoBble XPOMOCOMbI
(K. MakKnaHr). XpomMoCcombl 1 MeHOENEB-
ckne dakTopbl CBSI3aHbl ApPYr C APYroM
(Y. CatToH). WMHAOMBMAYanbHOCTb XPOMO-
cowm (T. Bosepw)

TepmuH «reHeTuka» (Y. BaTCOH)

Kynetypa cnmHHOro Mo3sra amdubuin
(P. TappvicoH)

MonynsunoHHas
B. BaiiHbepr)

reHetuka ([x. Xapam,

BpoxaeHHble  owwnbkn  MeTabonnsma
(A. lTappon). TepMuHbI «reH», «FeHOTUM»
n «deHotun» (B. WoraHceH). Dopmu-
poBaHve xva3m B melio3de (P. AHcceHe).
MepBas nHOpenHas nuHus Mblweld, DBA
(K. lutn)

Hayano reHeTnyeckux wnccnenoBaHuin
aposodunsl (T. MopraH). Mepeas mytaums
npo3odubl (6enble rmasa)

Bupyc capkomel ([1. Payc)

KpoccuHrosep (T. MopraHn v E. Kattens).
leneTnyeckoe cuenneHve (T Moprax
n K. Jlnny). MepBas reHeTndeckas kapra
(A. CtepTeBaHT)

MepBbIi ONbIT AAUMTENLHOrO MOAAEPXa-
HUA KNETOYHOM KynbTypbl (A. Kappens).
[lokasaHO HepacxoxaeHWe XPOMOCOM
(K. Bpumoxec)
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1915

1917

1922

1923

1924

1926

1927

1928

1933

1934

1935

1937

1938

1940

1941

BeepeHue

[eHbl pacnonoxeHsbl B XpOMOCOMax (Xpo-
MOCOMHasi Teopusi HacneACTBEHHOCTW;
T. MopraH, A. CtepteBaHt, [. Mionnep,
K. Bpupxec). Mytaums Bithorax (K. Bpua-
xec). epBoe cuenneHve reHos y no-
3BOHOYHbIX (k. XongenH, A. LLUnpyHr,
H. XongenH). TepmuH  «repmadponut»
(P. Tonbawmmar)

OTkpbIThl 6akTeprodar (P. [ Spennb)

®deHotunbl pactennin Datura stramonium,
COOTBETCTBYIOLUME  Pa3/IMYHBIM  TUNaM
Tpucomun (P. Bneiikenu)

XpOMOCOMHbIE TpaHcnokaumum y Apo3o-
bun (K. Bpuaoxec)

lenetuka rpynn kpoBu (P. bepHLwTEnH).
CTaTUCTUYECKMIA aHanM3 reHEeTUYECKUX
npu3Hakos (P. duep)

®depmeHThl 1 6enkn (Ox. CamHep)

MyTaummn, BbI3BaHHbIE PEHTIEHOBCKUM
nanydeHvem (I Mennep). Opeind reHos
(C. Paitr)

QyXpoMaTUH/reTepoxpoMaTuH (3. XainTy).
leHeTnyeckas TpaHchopmaums y bGakte-
puin (. Mpuddnt)

AHvanu3  pogocnoBHoW  (IX. XonaenH,
T. Xor6eH, P. duwep, ®. JleHu, ®. bepH-
LUTENH). MonuTeHHble XPOMOCOMbI

(9. Xairtu, n 3. bayap, T. MaiHTep)
TepmuH «aneynnouams» (A. bBneiikcnn)

MepBasi unToreHeTMyeckas kapTa Apo3o-
dunbl (K. Bpuoxec). Mepeas oueHka ya-
CTOTbI MyTauui y yenoseka ([x. XonaevH)

Jlokyc H2 y mbiweii (M. Topep). Bnepsbie
BbISIBJIEHO CLIEM/EHNE Mexay remodu-
nmein A 1 LBETOBOW CNenoTow y YenoBeka
(Ox. Benn v Ix. Xonaeii)

OnucaHbl Tenomepsl (I Mennep)

Monumopduam (E. dopa). Pesyc-dakTtop
(K. NanpwTenHep n A. BuHep)

OBonoUMs  Yepe3  OymiMKauui eHOB
(3. Jlblonc). MTeHETNYECKIMIA KOHTPOSTb CUH-
Te3a depmeHToB (IX. Bugn n 3. Tatym).

1942

1943

1944

1946

1947

1949

1950

1951

1952

1953

MyTaumu, Bbi3BaHHbIE MNpuTom (LLI. Ayap-
6ax un . Po6coH)

MoHatue anureHeTukn (K. YooOMHITOH)

O6HapyxeHbl MyTaumn y 6aktepuii (C. Jly-
pvia n M. Jens6ptok)

JOHK kak maTepuanbHasi OCHOBa reHeTu-
yeckon nHdopmaumn (0. 3sepu, K. Mak-
nang, M. MakkapTtn). Y10 Takoe XM3Hb
C TOYKM 3peHust puankn? Knura, okasas-
was 6onbluoe BavsiHWe (9. LWpenunHrep)

leHeTnyeckan pekombuHaums y baktepuii
(9. NNepepbepr n 3. Teitem)

leHeTnyeckasi pekoMbuHaLyMs y BUPYCOB
(M. Oensbptok n M. Beiinu, A. XepLuw)

CepnoBMAHOKNETOYHAS aHEMUs, reHe-
Tyeckn obycnoBneHHoe 3aboneBaHue
(. Hun, J1. MonwnHr). Hapylennsa cTpyk-
Typbl remMornobuHa B pernoHax, rae pac-
npocTpaHeHa manspusa (Ix. XongenH).
X-xpomatuH (M. Bapp 1 Y. Beptpam)

OnpeneneHo  KOMMYECTBEHHOE COOTHO-
LeHne 4eTblpex a30TUCTbIX OCHOBaHUM
(9. Yapradod)

MoABWXHbIE TEHETUYECKME  SNIEMEHTHI
y Kykypy3bl Zea mays (Bb. MakknuMHTOK).
Anbda-crnumpanb 1 6eta-cTpykTypa 6eska
(J1. Monuur n P. Kopeit)

lfeHol coctoar w3 JHK (A Xepwmw
n M. Yeiz). Mnasmuabl (9. Nlepepbepr).
®darosas TpaHcaoyKums (H. UnHoep
n 3.Jlepepbepr). Bnepsble BbiSIBAEH
nedekt depmenta y yenoseka (I Kopu
n K.Kopu). BbisBneHa nepsas rpyn-
na cuenneHns y yvenoseka ([x. Mop).
MpUMEHEeHNE KONXULUMHA W TUMOTOHM-
yeckoro  M3NON0rM4eckoro  pPacTeo-
pa pns XxpomocomHoro aHanusa (T. Xcy
n Y. NMomepat). Ik30reHHble hakTopbl Kak
npuYMHa BPOXAEHHbLIX MOPOKOB Pa3BUTHS
([x. BapkaHu)

Crpyktypa OHK (Ox. YotcoH un @. Kpuk,
P. ®paHknuH, M. Yunkuue). KoHbloraums
y OGaktepuin (Y. Xeiic, JI. KaBannu
n  3.Jlemepbepr, He3aBUCMMO  Jpyr
oT npyra). HemeHpeneBckoe Hacneno-
BaHue (B.3dpyccn). KnetouHbld umkn



1954

1955

1956

1957

1958

1959

1960
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(A. ToBapa v 3. Menk). JleueHne dpexunke-
TOHYypuK aueToi (X. Bukkenb)

Penapauua OHK (I. Mennep). Jlokyc HLA
(K. Locce). «bapabaHHble — Manoukm»
nenkountoB (B. JssuacoH u P Cmur).
OtcytcTBME  X-xpoMatmHa B KJET-
Kax mpu cuHgpome TepHepa B KkneTkax
(M. Monann). BuocuHTe3 XonecTepuHa
(K. Bnox)

MepBas reHeTuyeckas kapTa Ha Moneky-
napHoMm yposHe (C. bensep). Bnepsble
onncaHa aMWHOKUCNOTHas nocnefosa-
TenbHOCTb Genka uHeynuHa (. Cerep).
Jnzocomsl (K. ne ios). Cockob cnuau-
cton pta (K. Myp, M.Bapp). 5-Bpom-
ypauwi, aHanor TMM1HA, BbI3bIBAET MyTa-
ummny daros (A. Mapawy n P. Jlntman)

YcTaHoBneHne 46 XxpomMocoM y YenoBeka
(4. Ymo n A. NeaH, 4. Gopp n . Xamep-
TOH). BbIIBNEHWE aMWUHOKMCAOTHOW Mo-
CnefoBaTenbHOCT MOJEKYsbl FemMorio-
6uHa (B. WHrpem). Cuntes OHK in vitro
(C. Ouoa, A. KopHb6epr). CrHanTOHEMHbII
KOMMEKC, CuHancuc npu  Meliose
(M. Mosec. L.®oycett). leHeTndeckas
HeogHOPOAHOCTL (X. Xappuc, K. dpasep)

[eHeTuueckas komnnemeHTaums (k. PuH-
yem). [eHeTMYeckme uccnepoBaHus Mo-
CNeACTBUIA BO3OENCTBUS paavaLum Ha Ye-
noseka (Ix. Hunn'Y. Wynn)

MonykoHcepsatueHaa pennukaums OHK
(M. MezenbcoH n @. Cranb). [leHeTuka
comatunyeckmx knetok (. MoHTeKopBo).
Pubocomsl (P. Pobeprtc, I AnHumc). Kno-
HUpoBaHWe oTaenbHbIX knetok (K. Can-
dopa, T. Nak)

MepBble XpOMOCOMHbIE abeppauum y ye-
noseka: Tpucomusa 21 (K. Jlexén, M. loTbe,
P. TiopneH). Cunapom TepHepa: 45, X0
(K. @opn). CwuHppom  KnsitHdbenstepa:
47 XXY (Oxeliko6¢ n CtpoHr). AHK-nonu-
mepa3a (A. KopHbepr). W3odepMeHTbI
(9. Becenn, J1. MapkepT). PapmakoreHe-
Tuka (A. Motynbcku, @. dorensb)

CTymynaums KynsTypbl IMMPOLUTOB GUTO-
remarrnoTuHHomM (M. Hosenn, P. Myp-
xen, [. Xanrepdopa). Punapensduiickas
xpomocoma (M. Hosenn w [. XaHrep-
dopa)

1961

1962

1963

1964

1965

[eHeTUYEeCKMiA KoL COLEPXWUT Tpunne-
ol (Y. Kpuk, C.bBpennep, J1. BapHeTr,
P. Ix. Yotc-TobuH). OnpeneneH reHetu-
yeckuii kop, (M. Hupenbepr, X. Matten,
C.Oyoa). WuaktmBaums X-xpOMOCOMbI
(M. NaiioH, noaTtBepannn 3. bentnep,
J1. Paccen, C. OHo). Perynsiuus reHos, no-
HsTMe onepoHa (P. XKakob n Ox. MoHo).
[anakTo3eMmsi B KJIETOYHOW  KYNbTy-
pe (P Kpoot). Tmbpuamsaums KneTok
(P. Bapcku, B. 3dpycen). TannpommnaHas
ambpwuonatus (B. JleHy, Y. Mak6bpaiin)

MonekynsipHasi CTPyKTypa WMMYHOMO-
6ynuHoB (Ox. dpenbman, 3. @paHkIuH).
NoeHTndukaumsa  OTAENbHLIX  XPOMO-
COM 4enoBeka METOOOM aBTOPaamo-
rpadun  (Ox. Dxepman, O. Munnep).
TepMuH «kOZOH» AN TpunaeTa nocne-
noBatenbHbIXx ocHoBaHuiA (C. BpeHHep).
PennukoH (®P.Xako6 un C. BpeHHep).
KnetoyHass  kynbtypa  (B. Xnbanbckm
n E. Xubanbcka). Xg, nepsasi rpynna Kpo-
BMW Yen0BeKa, CBA3aHHas ¢ X-XpoOMOCOMOMN
(Ox. MaHH, P. Peiic, ®. CeHrep). Ckpu-
HUHT ANt 06HapyXeHNst GEeHUIKETOHYpUN
(P. Tatpw, X. Buken)

JInzocombie 6onesnun Hakonnenus (K. ne
[ioB). [lepBbll  ayTOCOMHBIA  CUHOPOM
Ha OCHOBE Aeneumn (CMHAPOM KOLaybero
Kpwika, X. JIexeH)

KonuHeapHocTb reHa n 6enkoBoro npo-
nykTta reHa (Y. AHodckm). IKCUM3NOHHAs
penapaupsi  (P. Cetnoy). Meton cme-
LAHHON KynbTypbl AvmdoumtoB (P. Bax
n K. XupwxopH, b.BeinH n J1. JleBeHLww-
TENH). MuKponMMbOUNTOTOKCUYECKIIA
TecT (M. Tepacakm n [x. MakknennaHg,).
CenektvBHaa cpema HAT (Ox. Jluttn-
dung). CnoHTaHHas XxPOMOCOMHas HecTa-
6unbHocTb  (Ox. IxepmaH, T. Lpenep).
KneTo4Has kynbTypa 13 KneTok aMHUOTH-
yeckoin xuakocTu (. KnuHrep). N3yyexne
HacnencTBeHHbIX 3aboneBaHWin Ha Kre-
TOYHbIX KynbTypax (B.daHec, A.BepH,
M. Kpyt, VY. Mennman). [MonynsaumoHHas
umtoreHetuka (K. BpayH). XpOMOCOMHbIE
abeppauun nnoja npu camonpov3BoSib-
HbIX Bblkuabiwax (K. BeHupLuke)

locnepoBatensHOCTbL HYKNeoTuaoB
B TpaHcnoptHon PHK anaHuHa, BbI-
neneHHon  wm3  gpoxckent  (P. Xonnm).
OrpaHunyeHHas NPOAOIKNTENBHOCTb
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1966

1968

1970

1971

1972

1973

BeepeHue

XU3HU KynbTUBMPYEMbIX $rbpobnacTtos
(P. Mypxep). KpoccuHrosep B comatu-
Yyeckmx knetkax yenoseka ([x.lepman).
CnusHne  knetok  Bupycom  CeHpai
(I Xappuc n Ix. YOTKMHC)

3aBeplueHa paclundpoBKa reHeETUYECKO-
ro koga. basa MeaMUMHCKMX JaHHbIX MEH-
[OeNeBCKOro HacnegoBaHua y 4enoBeka
(B. Makkblocuk)

PecTpukumnoHHble 3HAoHykneasbl (X. CmuT,
C.Jlunn n B.Apb6ep, M. MesenbcoH
1 P. l0aHb). ®parmeHTbl Oka3aku B CUHTE-
3e OHK (P. Oka3akn). Cuctema TkaHeBow
coBmectumoct HLA-D (P. YennenuHu,
B. Amoc). TMosTopstolmecs nocnenosa-
TenoHoctn AOHK (P.BputteH un [. KoH).
Buoxvmnyeckne OCHOBbI  OMpeaeneHns
rpynn kpoeu cuctembl ABO (Y. YOTKMHC).
HapyweHne  3KCUM3MOHHOW  penapa-
um OHK npy nurmeHTHOW Kcepoaepme
(Ox. Knueep). MMepsbili onbIT onpege-
NIEHNsi ayTOCOMHOr0 JioKyca y 4enoBeka
(P. OoHaxbto, B. Makkblocuk). CuHTe3 reHa
in vitro (H. XopaHa). HentpansHas Teopust
MonekynspHow asonoumm (M. Kumypa)

O6patHasa TpaHckpunTasa (4. bantumop,
[ TemuH, Hesasucumo). HoBbIn Tep-
MVH «CUHTEHUS» i 0603HAYeHUst BCEX
JIOKYCOB FeHa B OOHOW W TOW Xe Xpo-
Mocome (Ix. PeHBuk). Ledektbl dep-
MEHTOB MpW JIM30COMHbIX GONE3HsX Ha-
konnexus (9. Hoidenba, A.LopdmaH).
NoeHTnoukaums — oTaenbHbIX — XPOMO-
COM C UCMonb3oBaHWeM cneunduny-
HbIX 00pasyloLwyx MNoAoCkl Kpacutenewn
(J1. Yex, T. KacnepcoHn, X.Jlybe, M. OpeL,
n M. oy, B.WHean, I. 9BaHc). Y-xpo-
matuH (M. MupcoH, M. Bobpos, C. Bosa).
TpaHcnnaHTauys TUMyca npu UMMyHOAEe-
duupmte ([. BaH bekkym)

[iByxynapHas Teopusi KaHueporeHeaa npu
peTtuHo6nactome (A. KHyacoH)

Bbicokasi  cpefHsis  reTepo3uroTHOCTb
(. Xappwuc 1 [l. XOnkKMHCOH, P. JIEBOHTUH).
Cgsi3b aHTMreHoB HLA 1 3abonesaHui

Ponb pedekToB peuentopos B 3TUONO-
MU reHeTudecknx nedekToB, Hacneg-
cTBeHHaa runepaunugemusa (M. BpayH,
Ix. TonpwrenH, A. Motynbckn). Oudde-
peHupanbHas okpacka CECTPUHCKMX XPO-

1974

1975

1976

1977

1978

matug, 6pompaesokcuypuamnHom (C. Jlat).
Ddunapenspuiickas xpomocoma kak npu-
Mep TpaHcnokauum (Ox. Poynu)

CTpykTypa  xpomatuHa,  Hykineocoma
(P. KopHbepr, A.OnuHc w  [. OnuHc).
[BoiiHoe pacno3HaBaHWe Yy>XXEPOAHOro
aHTUreHa n autureHa HLA T-numboum-
Tammn (M. Doreptn n P. UpHkepHarens).
KnoH cermeHta aykapuotuyeckon OHK,
[N KOTOPOro W3BECTHO ero MecTonono-
XeHune Ha xpomocome (. XorHecc)

CaysepH-6n0T  rubpuamsaumna (E. Cay-
3EpH). MoHoknoHanbHbIe aHTuTENa
(I Koxnep v L. Munbwreiid). Bnepsble
NOEeHTUGUUMPOBAHA  CUrHanbHasi  Mo-
cneposatensHocTs Genka (I Bnobenb).
Mogzenb CTPyKTypbl 1 GYHKLMM MPOMOTO-
pa (4. MpubHoy). MNepBas TpaHCreHHas
Mblwb (P xeHnw). Acunomapckas KOH-
depeHuys no pekombuHaHTHo JHK

MepekpbiBatoLyecs rexbl y dara OX174
(5. bapenn,  K.3ip, K. XaTynHCOH).
JloKyCbl CTPYKTYpPHBbIX FEHOB AJIfi Kax-
0o M3 xpomocom yenoseka (Baltimore
Conference on Human Gene Mapping).
epBbIfi ONbLIT AMArHOCTUKM C UCMONbL30-
BaHWeM pekoMOuHaHTHon OHK (VY. KaH,
M. Tonbbyc, A. [1o3n)

leHbl copgepxaT KOAMpYyoLme 1 HeKoam-
pyowme dparmenTol AHK (P PobepTc,
M. Wapn, HesaBucumo Opyr OT Aapyra).
MepBas  pekombBUHAHTHAs  Mosekyna
OHK, copepxatas AHK mnekonuTatoLLe-
ro. Metonbl onpegeneHus mnocnenosa-
TensHoctn OHK (®. Cenrep, A. Makcam
n Y. Tnunbepr). MocnegoBaTensHOCTL dara
®X174  (P. CeHrep). PeHTreHOCTpyK-
TYPHbIA aHanu3 Hykneocom (Ox. PuHy
1 COaBTOPbI)

TepMUHbI «3K30H» U «MHTPOH» AAs KO-
OVpYIOWMX 1 Hekoaupylowwmx — par-
MEHTOB reHoB aykapuoT (Y. [unbepr).
CrtpykTypa reHa B-rnobynuua (M. Jlenep,
Y.BancmanH, C.Tunxmad  n  ap.).
MexaHn3mMbl TpaHCNO3MUMKN Y BakTepuit.
Mpon3BoacTBO comatocTaTtMHa C  MC-
nonb30BaHneM pekombuHaHTHOM [HK.
«[lporynka no xpomocome» Kak MeTOL,
nomcka reHoB. [epBbl OMbIT reHeTuye-
CKOM [MarHOCTUKN C WCMOb30BAHUEM
PECTPUKUMOHHBIX  depmeHToB  (tO. KaH
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n A.Josun). TangemHble nostopbl JHK
B Tenomepax (9. bnekbepH n Ix. rann)

Manble sapepHble  puboHyKIeonpoTen-
obl (M. JlepHep n Ox. Crenu). Anbtep-
HaTUBHbIN FEHETUYECKUI KO, B MUTOXOH-
npvansHon OHK (6. Bappenn, A. BaHkup,
X. OpyaH). bBenok p53 (4. Jlein,
A. NesuH, J1. Kpoydopa, J1. Ong)

Monnmopdunam DJVH PECTPUKLM-
OHHbIX ~ (parMeHToB  Anis  KapTupo-
BaHus  ([.BoTwTenH 1 COaBTOPbI).

WccnenoBaHne reHHOW perynsaumm am-
OGpUOHANLHOrO  Pas3BuUTUs  APO30PUbI
MyTaumoHHbIM - MeTogom (K. Hioccneln-
®donbrapz u 3. Beiicxaya). lMytem BnpbI-
CKMBaHus kKnoHnposaHHon JHK nonyyeHsb
nepBble TPaHCreHHble Mbiwn (. fop-
0OH). TpaHcdhopmaums KynbTUBUPOBAH-
HbIX KNIETOK MAIEKOMUTAIOLLMX MYTEM BMPbI-
ckueanuna OHK (M. Kanewum). CTpykTypa
16S pPHK (K. Bese)

MocnenoBaTeNnbHOCTb — MUTOXOHAPUANb-
Horo reHoma (C. AHpepcoH, C. Bappertr,
A. BaHkup)

[eHbl CynpeccopoB OMyxonesoro po-
cta (I Knunrep). [puoHbl  (6enkoBbie
MHOEKUMOHHbIE  areHTbl) Kkak Mpuyn-
Ha 3ab0NeBaHVin LEHTPaNibHOW HepB-
HOW cucTembl (Kypy, nodyecyxa, 60ne3Hb
KpenTtudenboa-Akoba); (C. MpysumHep).
MosiBuncs B NpoAaxe UHCYAVH, NOAYYeH-
HbI C MCMOb30BaHNEM PEKOMOVHAHTHOW
[HK (komnanwus Eli Lilly)

KneTo4Hble oHKkoreHsl (X. Bapmyc v gp.).
Bupyc  vmmyHopeduumta  4enoseka
(J1. MoHTaHbe, P.Tanno). MonekynspHbie
OCHOBbI ~ XPOHMYECKOT0  MWENOULHOrOo
nenkosa (K. baptpam, [.bytcma u co-
aBTopbl). [lepBas  pekombMHAHTHas
monekyna OHK (3. Mune, . Munnuc,
®. Kpamep). OnpepeneHa nocnefosa-
TEeNbHOCTb komnnekca Bithorax y aposo-
dunebl (Y. Benpep)

WpoeHtnoukaums T-kKNeTo4HOro peento-
pa (C. ToHeraga). [eHbl romeobokc (Hox)
y Apo3odunbl U Mbiwen (Y. MakrmHHAUC).
O6HapyxeHne reHa 60ne3Hy XaHTUHITO-
Ha (Ox. lysenna). [aHo onucaHve OGak-
Tepun Helicobacter pylori (b. Mapwann
n P. YoppeH)

1985

1986

1987

1988

1989

1990

MonnmepasHas uenHas peakuus
(K. Mionnuc, P. Caiikn). M'mnepeapuabens-
Hble cermeHTbl [HK Kkak «reHetuyeckue
oTtneyatkn nanbues» (A, Ixedpdpuc).
KnonuposaH red remobunum A (Ox. Mit-
wwup). Pacwwudposka nocnenosatesib-
HocTu Bupyca BUY-1; aHanu3 rpynn cue-
nneHus reHa mykosmcumposa (X. dibepr
n op.). BolpeneHve tenomepasbl U3 UH-
dy3opun  Tetrahymena (K. I'peingep
n 3. bnekbepH). BbloeneHne «UMHKOBbIX
nanbLes» 13 oounToB Xenopus (Ox. Mun-
nep, A.MaknaxnuH, A.Knyr). BcTtaska
[OHK meTofoM romMonoruyHon pekomou-
Hauum (O. CmuTnC). TEHOMHBIA MMMPUH-
TUHT Y Mblwen (B. KatTtaHax)

MepBbIi  OMbIT KJAOHMPOBAHUS 4YenoBe-
4eCkux reHoB. OnucaHbl reHbl 3puTenb-
HOro nurmeHTa yenoseka ([.HartaHc,
. Tomac, [.XorHecc). KaranuTtunyeckas
aktnBHoCcTb PHK (T. Yek). MepBbli onbIT
NOEHTUPUKALMM  YENOBEYECKOro  reHa
Mo ero MecTOmMOOXEHUI0 Ha XPOMOCOME
(no3uumoHHoe knoHposaxue) (B. Porep-
lMokopa 1 coaBTopbI)

YnbTpacTpykTypa MONEKYnbI HLA
(M. BeepkmaH, Ox. CTpoMuHrep n coas-
TOpbI). MbIlb C HOKAYTUPOBAHHBIM FEHOM
(M. Kanekkn). TeHeTuyeckass kapta ue-
noeeyeckoro reHoma (X. loHnc-Kennep
n coaetopbl). MutoxoHapuanbHas AHK
n agosnoumns yenoseka (P. KanH, M. CToyH-
KUHT, A. YUNCOH)

3anyck npoekta «[eHOM YenoBeka».
MonekynsipHasi ~ CTpykTypa  Tesiomep
Ha KOHUAx xpomocom (3. BnekbepH
n ap.). KnoHuposaHve reHa Mbllley-
Hom guctpodbun [owenHHa (J1. KyHkenb
n ap.). MyTaumm MUTOXOHAPWALHOW
IOHK yenoseka ([.Yonnec). MobunbHas
OHK kak pepkas npuymHa remobunum A
(I KazaawuaH). YcnewwHblil onblT npoBeae-
HWS FEHHOW Tepanuu in vitro

NoeHTndukaums reHa, BbI3blBalO-
wero Mykosocumposd (J1.LUyn wn ap.).
MuKpogmccekums 1 KNoHMpPOBaHUe onpe-
[eneHHon 06nacTn XPOMOCOMbI  Yeso-
Beka (I. Jlopeke, T. Cerep, Y.KnaycceH,
B. Xopctxemke)

MyTaumm reHa p53 kak npuyYnHa CUHOpPO-
ma Jln-®paymenn (4. MankuH). Mytauum
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1991

1992

1993

1994

1995

1996

1997

BeepeHue

MCMonbL30BaHHOro MeHaenem reHa mMop-
LWMHUCTBIX  ceMsaH (M. BxatTtayapbs).
[edekTHbIl reH Kak npuymHa Hacnepn-
CTBEHHOMO paka MOJIOYHON  Xenesbl
(Mapu-Knap KuHr)

CeMelicTBO reHOB 0OOHATENbHBLIX pPeLen-
TopoB (J1. Bak n P. Akcen). MonHas nocne-
[10BaTeNIbHOCTb APOXKEBON XPOMOCOMBbI.
LLinpokoe wncnonb3oBaHne MuKpocaTes-
NIMTOB B KayecTee noanMopdHbix OHK-
MapKepoB.  JKCMaHCUsi  HYKNEOTUAHbIX
NMOBTOPOB Kak HOBbIA KNACC MaTOreHHbIX
MyTaLuii Yenoseka

Kapta XpomMOcOM 4esioBeka C BbICOKOW
NAOTHOCTLIO pacnpegenexnns AOHK-map-
KepoB. NoeHTdULMPOBaH LEHTP MHAKTU-
Bauyn X-xpOMOCOMbI. Mbllb C HOKAyTW-
poBaHHbIM reHom p53 (0. CmuTinc)

KnoHupoBaH reH 6one3HyM XaHTUHITOHA
(M. MakpoHanbpg). CBsizaHHble C pa3BuTH-
eM myTaumn y peibok faHvo (M. MannuHs
n K. Hioccneiin-®onbxapa)

MNepsasa Gusnyeckas kapta reHoma 4eno-
Beka B BbICOKOM paspelueHun. Mytaumm
B reHax peuentopos daktopa pocta ¢pu-
6po6nacToB Kak MpWyMHAa axoHApomnna-
3um 1 apyrvx 3aboneBaHuil Yenoseka
(M. MioHke). NoeHTndukaums reHoB Ha-
CNneacTBeHHOro paka MOJI04HOW Xeneabl

KnoHvposanne  reHa  BLM (Cvh-
npom bnyma) (H.9nnuc, Ox. poneH,
IOx. [xepmaH). T[lepsas nocnenosa-
TENbHOCTb  reHomMa  CBOOOAHOXMBY-
wen 6aktepun Haemophilus influenzae
(P. ®neiiwmaH, Ox. BeHTep 1 coaBTopb).
OCHOBHOWA TeH rnasa No3BOHOYHbIX Sey,
ACCOLMNPOBAHHBIA C GEHOTUMNOM MaslbIX
rma3 (small eye; I Xanbgep, IN. Kennepu,
B. lepuHr). STS-kapta reHoma yenoseka
(T. XaacoH 1 coaBTopbI)

3aBepLUEHO CEKBEHUPOBAHUE [POXKEBO-
ro reHoma (A. foddo n coastopsl). Kapta
reHoma mbllwn, cogepxatyas 6onee 7000
MapkepoB (3. JlaHaep)

MocnenosatenbHocTh E. coli (P. bnat-
THEP W coaBTopsbl). Helicobacter pylori
(Ox. Tom6). TMocnemoBaTensHOCT MU~
ToxoHapuaneHo  OHK  HeanpepTanb-
ua (M. Kpunre, C.Maabo n coaBTopbI).

1998

1999

2000

2001

2002

2003

2004

2005

MnekonuTatowiee (oseyka Jonnum) kno-
HMPOBAHO MyTEM MepeHoca aapa Knetku
B3POCJIOr0 XVMBOTHOrO B AINLLEHHBIN SiApa
ooumt (. Ynnmyr)

PHK-nHTepdepeHuns  (RNAi;  A. daiip
n coaBTopbl). CekBeHMpOBaHWE reHoma
HemaToael Caenorhabditis elegans; am-
6GpUOHanbHbIE CTBOJIOBLIE KNETKM YeNloBe-
ka (Ox. TomcoH n . TnupxapT)

MpoBefeHO  CeKBEHMPOBaHME
XPOMOCOMbI  YenoBeka (22).
nnyeckas CTpykTypa prbocombl

nepBow
Kpuctan-

CekBeHMpOBaHMe reHoma Apo30bunbl
(M. Apamc). MepBas nonHas nocnenosa-
TENbHOCTb FEHOMA PACTUTENILHOMO NaTo-
reHa (Xylella fastidiosa). 3aBepLueHO cek-
BEHMPOBAHME FeHOMa MNepBOro PacTeHust
(Arabidopsis thaliana)

MepBas nybnvkaums MONHOW mocne-
[,0BaTeIbHOCTH reHoma yenoseka
(P. Konnmnz, k. BeHTep 1 coaBTOpbI)

nOCﬂe,D,OBaTeﬂbHOCTb reHomMma MbILLN
(P. YotepctoH wn coaBTtopsl). [locnepo-
BaTeNbHOCTb  reHoma  puca  Oryza

sativa (Ox. 10, C.Todd wn coasTopbl).
MocnenoBaTenbHOCTb FrEHOMA Manspuii-
Horo napasuta Plasmodium falciparum
1 ero nepeHocynka Anopheles gambiae.
[peBHelwmnin npeactaBuTeNlb  FOMUHME,
Sahelanthropos tchadensis (M. BptoHe)

3anyck MexayHaponHbIX nNpoekToB Hap-
Map n ENCODE; nocnemoBaTenbHOCTb
Y-xpomocombl yenoseka (I Ckanewku,
[.Mengx n coaetopsl). Homo sapiens
idaltu — ppeBHeNLWNiA 4eNoBEK COBPEMEH-
HOM aHaTOMUK, XWBLUWIA B NNENCTOLEHE
154-160 TbIC. NneT Hazap, (T. YainT n coas-
TOpPbI)

locnepoBaTenbHOCTL  FEHOMA  Cepoit
KpbICbl. HOBbI KapAUKOBLIA BWA, FOMU-
Hup ¢ octpoBa ®nopec B WHAooHe3un
(M. BpayH 1 coaBTopbI)

MeTozabl BbICOKOMPOV3BOANTENBHO-
ro cekBeHupoBaHust JHK (cekBeHn-
poBaHue BTOpOro nokonenns NGS).
MpenctaBneHa nocnenoBaTenbHOCTb
reHoma LUMMMNaH3e (P. YoTepcToH,
3. laHpep, P YoTCOH u coaBTOpbI).
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BbinonHeHo «kaptupoBaHue 1,58 MnH
OOHOHYKNEOTUAHbIX  NONMMOpPGU3MOB
yenoseka (A.XuHac, A.Kokc n coas-
Topbl). Kapta rannotunoB 4enoseka.
MNocnepoBaTenbHOCTb 4enoBeyecKom
X-xpomocombl (M. Pocc un coaBTopbl).
Mpouecc wvHakTMBaUMM X-XPOMOCOMBI
y yenoseka (J1. Kappenb n X. Yunnapa)

BbINONHEHO CEKBEHMPOBaHME BCEX XPO-
MOCOM YesioBeka. VIHAyLMpPOBaHHbIE MIlo-
PWNOTEHTHbIE CTBOMOBLIE KneTkn (iPS)
(K. Takaxaww 1 C. AmaHaka, Hobenesckas
npemus no GuU3NoNoruM ¥ MefuunHe
B2012r)

MccnenoBaHus Bcero reHoma npuMeHsitoT
ons novcka ¢akTopoB, ONpenensioLmx
NpPeapacnooXeHHOCTb K HEKOTOPbLIM 3a-
GonesaHnAM. PacrnosHaHbl NoBpexaeHNs
reHoma

CUHTE3MPOBaHHbI  GakTepuanbHbIii  re-
Hom (K. BeHTep u coastopbl) CekBeHu-
pOBaHVie FEHOMOB OTAENbHbIX NtoAelN

AHanu3 BCEro reHoMa C MCnosib30BaHu-
€M MUKPOYUMOB; BbLIMNOJHEHO CEKBEHU-
poBaHue pakoBbix reHoMOoB. Ardipithecus
ramidus onpefenseT HoBble 3Tanbl 3BO-
noumn yenoseka (T. Yant v ap.)

CekBeHnpoBaHmne ak3oma. Paclumndposka
reHoma HeaHzepranbLa

CTpyKTypHble Bapuaumu reHoma (M. diix-
niep 1 coaBTopbl). XpOMOTPUNCUC, KaTa-
cTpoduyeckoe COObITUE B OHKOrEHese
(M. CTuBeHC 1 coaBTOPSI)

[onHOreHoMHOe CekBeHMpOBaHMe. dnu-
reHeTuka paka. [eHOM AEHMCOBCKOro Ye-
noseka. ToOMONOrMYeckn accouyMpOBaH-
Hble JOMEHbI XpomaTuHa (TAD)

3anyck npoekta ENCODE (SHumknoneaus
anemerToB [HK). TexHonorus pepaktu-
poBaHus reHomMa ¢ nomoLupto CRISPR-Cas
(M. XwvHek un coasTopbl, 3. LlapnaHTbe

n . flyata)

PemopaenvpoBaHue Hykieocom, KOMMIeKc
SWI/SNF. MpuaHakmn ctapenus (K. Jlonec-

OtunH). CekBEHMpPOBaHUE TPETLETO MOKO-
nenusi. MonHOCTbIO paclumdpoBaH reHom
HeaHgepTanbua (K. Mptodep n coaBTo-
pbl). JlaHawadT reHoma paka nerkux
2015 [JopoxHas kapTa anureHoma. Vcko-
naembln Bua Homo naledi (J1. Beprep).
Mpoekt «1000 reHomoB». MpoekT «ATnac
pPakoBOro reHoma»
2016 HoBbli MexaHU3M YOJIMHEHUS Tesomep
(P.Annnn n coasTtopbl). MeTon 3aMeHbl
MUTOXOHAPWIA
2017 (nepsas nonosuHa) XuakocTtHas Gruoncus
N9 OnNpefeneHns LypKyampytoLen ony-
xoneson JHK (ctDNA)
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42 OcCHOBbI

OUNOTEHETUYECKOE OPEBO
KMBbIX OPTAH/3MOB

dunoreHeTN4eckoe PEeBO — 3TO MOMbITKA MO-
Ka3aTb MpeAnonaraemMble 3BOJIOLVOHHbIE B3a-
MMOCBSI3M XUBbIX OPraHM3moB. Brepsbie Takoe
npeBo 6bi1o npeacTasneHo Jlamapkom B 1809 T
370 0OMH pUCYHOK B paboTe «[poncxoxaeHve
BMAoB», roe B 1859 r. Yapnb3 [apsuH Hanucan:
«BeposTHO, BCe OpraHU4eckue CyLiecTBa, Ko-
Topble Korga-nmbo Xunu Ha aToi 3emne, npo-
M30WAM OT KakOM-TO W3Ha4anbHON GOPMbI».
CunTaetcs, 4to 3emne 4ytb Gonblie 4,5 mnpa
neT, a paHHue GOPMbl XU3HW NOSIBAAUCH OKOJO
3,5 MnpAa net Hasag.

A. Tpyn oCHOBHbIE BETBU ApPeBa }KU3HN
O6LLenpusHaHHas nepapxuvs X1BbIX OPraHN3MoB
MCMOMb3YET MPUHLMM OT BbICLIErO K HU3LIEMY:
[OMEH — LapCTBO — TUM — KNacc — Nopsiaok/
oTpsiA, (Y pacTeHWI/KNBOTHbIX) — CEMENCTBO —
pon, — BuA. XuBble opraHuambl 0O6bLEAVHEHDI
B FPYnMbl B COOTBETCTBUM C TEM, U3 KaKMX KIeToK
OHW COCTOSIT — NPOKAPUOTUYECKMX U 3yKapMO-
TU4eCckux. TpeTbsi rpynna XmBbIX OPraHNM3MoB, ap-
X€eu, Ha3blBaeMble Takke apxebakrepusmMu, Obina
obHapyxeHa B 1960-x rr. OHM OTHOCATCS K ABYM
TUNam: 3BPUAPXe0Thl M KpeHapxeoThl. [locnegHne
[aHHbIe NOKa3bIBAIOT, YTO TPEXAOMEHHOE 3BOJIIO-
LIMOHHOE [IPeBO Ha CaMOM [iene COCTOUT 13 ABYyX
[IOMEHOB — apxeun 1 Haktepun. dykapuoTbl BO3-
HUKNM 6narogaps MX B3aUMOAEVICTBUIO OKOMO
1,8 mnppa net Hasag, (Williams et al., 2013). Apxen
MOTYT BbIXVBaTb 6€3 MONEKYNSPHOIO KMCNopoaa
npw Bbicokmx (70-110 °C, Tepmodunbl) unm HU3-
Knx (ncuxpodunbl) Temnepartypax, B BoAe C Bbl-
COKOWM KOHLEHTpaumen xnopuga Hatpus (rano-
Gunbl) nnu cepol (CynbdoTepmModuibl), B CUIbHO
LenoyHom cpege (pH 11,5, ankanodunsl), B K1c-
nov cpeie (aunaodwunbl), @ Takxe B YCIIOBUSX CO-
yeTaHus HebGNaronpUSTHLIX GaKTOPOB, B KOTOPBIX
06bI4HbIe BaKTEPUM MOTYT MOrMBHYTL. AyKaprOThI
noapasfensioTcs Ha HECKONbKO LLapCTB: XMUBOT-
Hble, rpubbI, pacTeHus, BOLOPOCN, NPOCTENLINE
1 op. Y Bcex JIOMEHOB ecTb Nnpeanonaraembiii 06-
LW NPEALIECTBEHHUK, Ha3biBAEMbIV NOCNEAHUM
YHMBEPCAIbHBIM 0OLLMM NPEeaKOM.

b. ®unoreHNA MHOrOKJIeTOUYHbIX
KUNBOTHDIX

DurnoreHnst MHOrOKJIETOYHBIX PA3/IM4AETCS B 3aBU-
CUMOCTH OT TOrO, OCHOBaHa OHa Ha TPaAMLIMOHHbIX
MPUHLMNAX UM HA MOJIEKY/ISIPHBIX AAHHbIX, MOJy-
YEeHHbIX NMPEVIMYLLIECTBEHHO B PE3Y/NLTATE CPAaBHE-
HUSA nocnenoBatenbHocTen prdocomHon PHK.

B. ®unoreHnsa MmnekonurTaoWwmx
Mnekonutaiowpe nosBunuce okono 100-120
MAH NleT Hasag B KOHLE Me3030MCKOM 3pbl.
[atnpoBku, BNpoyeM, npubnnsutenbHbl. 113 4629
N3BECTHbIX BUAOB MaekonuTawowmx 4356 asns-
I0TCS MAALEHTapHbIMU, X AeNsaT Ha 12 Knaccos.
[epBble NATb KNACCOB MaLEHTAPHbIX MIEKOMNM-
TaloOLLMX NO KOMYECTBY BUAOB — rpbi3yHbl (2015),
pykokpbiible  (925), HacekomosaHble (385),
XULWHble (271) n npumarthl (233). MosiBneHne nH-
dopmauum o nocneposatensHoctn AHK crano
NPUYYHON ONpefeNneHHbIX U3MeHeHnn dunore-
HeTuyeckoro apesa. (Puc. n3: Klein & Takahara,
2001.)



QunoreHeTnyecKoe JpeBO K1BbIX OPraHN3MOB 43
O6Lwuit
MpokapuoTb! Mpesok QykapuoTbl
06Lwmit
npeaok
14 14 Al
Bakrepun Apxen OykapnoTbl
[pamnonoxutenbHble OBpUapxeoTbl JK1BOTHbIE PacteHus
GakTepum KpeHapxeoTbl lMpocTeiiwme Bopopocnu
MypnypHble bakTepum ['pnbbI
LinaHobakTepun
HekoTopbie apyrve
A. Tpy rpynnbl X1BbIX OPraHM3MOB (YNpoLeHHas cxema)
[03BOHOYHbIE ORHOMpPOXOAHbIE
[pyrve
BTOPUYHOPOTbIE Cymyartble
s KOTIbYATBIE YEPBY
XoboTHble
Monntocku
s [110CKYE YEPBY Mpumars!
s [IDYTVIE CTIPATBHBIE YenosekoobpasHbie
KUBOTHbIE 06e3bsiHb
s KD\ TTIBIE YEPBU 3alieobpasHble
s U@HUICTOHOTVE Tpbi3yHbl
e [IPYTVE NMHSHOLLNE
KUBOTHbIE XvLLHble
PacTtenua
[pubbl HenapHokonbITHble
B. ®unoreHns MHOrOKNeToOYHbIX 2. MonekynsipHas HTepnpeTaums
(ynpolueHHas cxema)

[150 [100

]

[50 |0 MunnuoHos net

OpHonpoxoaHble ‘@‘
Cymyatble g&
SaiiueobpasHble &2
Tpbi3yHbI %ﬁ‘
[Mpumarbl ’;\
Yenoseko- A

| I— ngasHHe ﬁ //\\:
06e3bsHbl
HacekomosaHble -
XuLlHble i
[MapHoKoMbITHbIE q%_/‘
HenapHokonbiThble f'\
XoBoTHble %&

1. TpagnumoHHbIN noaxos

B. ®unoreHus mnekonuTarowwmx (ynpoLyeHHas cxema)




44 OcHoBbl

MPONCXOXOEHWE YEJTOBEKA

JInhnm  yenoBeka W WMMNAH3e OTAENWUIUCH
oT obLlero npeaka okono 6-7 MAH NeT Hasag,.
MmetoLLme OTHOLLEHME K 9BOMIOLLUM YEN0BEKA Bbl-
MepLUVe BWAbl B LIESIOM Ha3blBaT FOMUHUAAMW,
XOTSl TEPMWH «TOMUHUHbI» TaKXe WCMOMb3YIOT.
ObLlas cxema 3BONIOLMM YENIOBEKA, CO3LaHHast
B nocnegHne 10-15 net, oCHOBaHa Ha AaHHbIX
HOBEWLLNX ManeoHTONOMMYECKUX UCCNEea0BaHWIA,
a TakKe reHeTUHeCKuX, MOJSTYYEeHHbIX B Pe3yb-
TaTe aHanuM3a MocnefoBaTesbHOCTEN ApPEBHEN
[HK. OcHoBHble MecTa O0BGHapYXeHWUsi TOMUHWL,
B Adpwuke pacnonoxeHsl BOonb Pudt-Bannn
B BocTouHon Adpuke, B parioHe Adapckoi KOT-
NOBUHbI M Xaziapa (CeBep0-BOCTO4Has ddronus),
no obe CTOpOHbI OT 03epa TypkaHa B KeHun,
B ywenbe Onpysai u Jletonu (TaH3aHus),
B ABYyX MyHKTax B LieHTpanbHon Adpuke (Baxp-
anb-fazans n Topoc-MeHanna, oba B pecny-
6nuke Yap), a Takke B HECKONbKUX MyHKTax
B OxHoin Adpuke (CtepkodoHTeliH, Kpomapai,
CeapTkpaHL, 1 TayHr).

A. XpoHonorus ssoniounun roMmuHuA
BbloensioT 4YeTbipe aTana 3BOMOLMU TOMUHULL:
[OpEeBHENLLNE TOMUHMALI (NpeascTpanonuTekn);
nepexoaHble GOpMbl, K KOTOPbIM OTHOCAT Mac-
CMBHbIX (POOYCTHBIX) FOMUHUEA, (FPaUMibHbIE aB-
CTPasoONUTEKN W MapaHTPONbl); OPEBHWE NOAU
1 0OV COBPEMEHHON aHaToMum. B kaxaon rpyn-
ne eCTb HECKOJIbKO MPeACcTaBuTeNei, CBA3N Mex-
Ly KoTopbiMy 0603HaueHbl cTpenkamu. OpHako
BO MHOTMX cyyasix nogpobHas nHbopmaums oT-
cyTcTByeT. [Ana apeBHenwmnx GopmM B 60MbLIMH-
CTBe C/ly4aeB AOCTYMHbIMU [ U3y4eHust BOblnu
TONbKO PpparmMeHThbl ckeneTa u 3yobl.
JlpeBHerilumne roMuHuabl: CTapenunMm npeacra-
BUTENEM 3TO rpynnbl aenseTcs Sahelanthropus
tchadensis (6-7 MnH neT Hasapn), OGHApPYXeH-
HbI B LieHTpanbHomn Adpuke, B 2500 km k 3anagy
0T pudTOBON AONMHLI. Padmepbl MO3ra Takume xe,
KaK y wmmMnaxse (360-370 cm®), oaHaKo nuo oT-
HOCUTENBHO MNI0CKOe, a ToNLmHa 3y6HO amanm
CpeaHsisi Mexay 4enoBekoM W wumnaHse. [sa
pofa, XuBLUMe okono 5-6 MH neT Hasan, — 310
Orrorin tugenensis («nepBbli1 Yyenosek 13 TyreH
Xunnc», pavioH bapuHro B ueHTpansHon Kenun)
n Ardipithecus ramidus kadabba (13 Asawa,
Adap, duronus).

lMepexoaHbie @GOPMbI rOMUHWZ: B 3Ty rpynny
BXOOMT noacemenctso Australopithecinae ce-
MelicTBa rOMWHUA, KOTOPOE, BO3MOXHO, Aano
Hayano [OpeBHENWMM BuAaM FOMUHUH. [nd
npeacTaBUTeneil xapakTepHO NPSMOXOXAEHNE
C COMYTCTBYIOLLMMN W3MEHEHUSIMU PYK W HOT,

YMEHbLLEHVE pa3mepa 3y0OB M MPOrpeccuBHoe
pa3BuTMEe Mo3ra. Tak, BrepBble 0OHAPYXEHHbIN
HapTtom B 1924 . B IOxHOM Adpuke peTckuin Ye-
pen u3 TayHra npuHagnexut Australopithecus
africanus, KOTOPbIN ABHO 06nagan cnocobHoCTS-
MU K MpSMOXOXAeHuto. Hambonee n3BECTHBIM
npeacTaBuTenemM rpynnbl sBasetcs A. afarensis
(3-4 MSH neT Ha3ag), ANs KOTOPoro Obifn xapak-
TEPHbI MPSMOXOXAEHUE 1 ApYrne CBONCTBEHHbIE
roMvHMaaM 4eptbl. «Jllocu» — Ccamblii SPKUIA
npeacTasutens Buaa. MaccCuBHble TOMUHUObI
C KPYMHbIMU YentocTssMu 1 3ybamMu BbIMEPAN,
X HE CHMTAOT NpeALwecTBEHHKamMy poga Homo.
JpeBHnii 4yenoBek: OCHOBHOW NpeacTaBuUTENb
LpeBHUX Nofgelt — 310 Homo erectus. OH no-
asunca B Adbpwuke okono 1,9 MaH neT Hasan
N SBNSIETCS NEPBLIM M3 APEBHENLIMX FTOMUHUA,
06HapyXeHHbIx 3a npenenamu Adpuku, B A3un
1 Ha KaBkase (1,6-1 maH net Hasag B [pyaun).
Homo habilis (2,4-1 mnH net Hasan), 4eno-
BEK YMENbIi, TEHETUYECKN He Obln UAEHTUYEH
H. erectus, 0QHaKo CyLL,ECTBOBAs B TOM Xe XPo-
HOMIOTMYECKOM MPOMEXYTKe. JBonoumio poaa
Homo MOoXHO nNpocieanTb No XxapakTepy UCnob-
30BaHMS KaMeHHbIX opyauid Tpyna. Hambonee
paHHue obpa3supl H. erectus n3 Appvikn nHorga
OTHOCSHIT K H. ergaster (2,3-1,4 MnH neT Hasag).
Homo heidelbergensis (0,6-0,1 mnH net Ha-
3afl) — 3T0 BbIMEPLUMI BUA poaa Homo, KoTopblin
MoXeT ObITb Npeakom kak H. neanderthalensis,
TaKk u H. sapiens B EBpone. Homo antecessor
(0,8 mMnH net Hasan) — BbIMEPLUWIA BUA, YENO-
Beka, KoTopblil 6bin 06HapyxeH 10 neT Hasap
B ['pan Jonuxe B Vicnanun. Homo floresiensis —
BbiMepLuid 0,6 MAH neT Hasag BUA MaJIeHbKOro
pocTa (BbicoTa B3pocnoro 1 m), o6HapyXeHHbIl
Ha ocTtpose Flores B MIHOOHE3MUW (0 AeHMCcoBLAX
yuTanTe Ha Cnemylowen CTpaHuue).

YesioBek COBPEMEHHOU aHaToOMuu: BCE HbIHE
XUBYLLME NIOAN NPUHAANexaT K O4HOMY BUAY —
Homo sapiens. Homo sapiens otgenuncs oT H.
erectus B Adpurke okono 200-100 TbIC. neT Ha-
3an. Jliogn COBPEMEHHOV aHaTOMWMU MOKUHYAW
Adpuky okono 50 TbiC. NeT Ha3aa, 1 B pa3HoOe Bpe-
M$ MUIPMPOBANN Ha BCE KOHTUHEHTHI. (Mo aaH-
HbIM: Wood, 2005 u Stringer, 2005.)
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N3 AOPUKWN: K YEJTOBEKY
COBPEMEHHOTIO TUIMA

Jliogn cCOBPEMEHHOrO Trna nosiBuanch B Adpuike
okono 200 TeiC. neT Halag. Bnocnenctesum He-
CKOMbKO rpynn murpyuposano n3 Abpukm B A3uio.
HepaBHo Obina ycTaHoBneHa cBssb JHK Bcex
HblHE CYLLECTBYOLMX HeadpyKaHCKuUX Monynsi-
LI YenoBeka ¢ 0OaHUM nepecenennem. Jlioam co-
BPEMEHHOro Tvna, npubbiBluve B EBpony okono
50 TbiC. NeT Ha3ag, BCTPETMNINCH C Bonee paHHel
nonynsauMen, KoTopas Xuna Tam Ha NPOTSKEHUN
npumepHo 400 Tbic. NeT, ¢ HeaHZepTanbLamu.
B 60M1bLIMHCTBE CNYYaEB OHW XM B Pa3HbIX Me-
CTax 1 CO3AaNnu pasHble, XOTS U YaCTUYHO MOBTO-
psowme opyr apyra GOopMbl paHHeW KynbTypsbl,
KOTOpble M3BECTHbI kak MycTbepckas KynbTypa
[N HeanaepTanbLeB 1 Awenbckas KynbTypa ans
NOLEN COBPEMEHHOMO TWUMa, MOJy4YMBLUME CBOU
Has3BaHus OT paiioHoB PpaHumn. B Asum niogn
COBPEMEHHOr0 TUna BCTPETUANCH ELLE C OAHOW
rpynnoi ApeBHUX TOMUHWH — [EHWNCOBLIAMM, 3TO
npowuaoLuno okono 100-60 Teic. neT Ha3as.

A. MpouncxoxpeHne yenoBeka

1 HeaHAepTanblbl

Okono 800 Thic. neT Hasapn y nofei n HeaHaep-
Tanbues Obin 06wyt npefok. Paspenenve no-
nynsumin npomsoLuno mexay 270 Teic. 1 440 TbiC.
neT Hasan. HeangepTanbLbl U NIOAY COBPEMEH-
HOrO TWMa XWIN BMECTE Ha TEPPUTOPWSIX, NPO-
ctupaswmxcs ot CeBepo-BocTouHoi EBponbl
0o Cubupun. Xots HeaHgepTanblibl BbIMEPSN
0KONo 28 Thic. neT Hasan, npumepHo 4% re-
Homa sapepHon [HK esponeiubl u asmatbl no-
NIyYnnuM  OT HeanZepTanbueB, a adpukaHckune
nonynaumMm Het. TpeTbsi rpynna, nosyyvBLIAs
Ha3BaHVe «OEeHUCOBLbI», Oblna BrnepBble OOHA-
pyxeHa B [leHnCOBON newiepe, pPacnonoXeHHOW
B AnTaiickux ropax B Cubupu. Heanpeptanblibl
U OeHUCOBLbI Gonee 6nM3kn Apyr K APyry, Yem
K coBpemeHHoMy Yenoseky (Prifer n gp., 2014).
MpumepHo 0,5% reHoma AEHNCOBCKOr0 YenoBeka
noJsly4eHo OT HeaHaepTanbLeB. (Puc. n3: Nonnan
n ap., 2006.)

b. PacceneHue niogeit coBpeMeHHOro
ThNa 3a npegenamu AGpuKmn

YctaHOBNEHO, 4TO pacceneHve u3 Adpuku,
MMeBLLEE MECTO 0Kono 60 ThiC. NeT Hasag, npo-
MCXOOMIIO B CEBEPHOM U IOXXHOM HarpaBiEHMSIX.
Chavyana 6bina 3aceneHa Asusa (50-70 Teic. net
Has3an), 3atemM ABCTpanMsi U HEMHOMO MO34Hee
EBpona (40 TeiC. neT Ha3azn). AMEPUKAHCKMNE KOH-
TUHEHTbI OblfN 3aceNieHbl B MOCAEAHIO o4Yepeab

(~13 TbiC. neT Hazapn). Paccenenne u3 Adppukm
COBMafaeT C POCTOM JOKaNibHbIX MOMYASLMIA
N BO3HUKHOBEHVMEM AeduumTa pecypcos. [lo-
BUAMMOMY, Hanbonbluee BAUSHME Ha YenoBeye-
ckue nonynsuum, nepecenvslunecs B Espony,
okasbiBan kammar. CTpemuTenbHO pasBMBanioCh
NPOV3BOACTBO WMHCTPYMEHTOB, HO W3roTaBauv-
BaNM W MNpegMeTbl MaTepuanbHON  KynbTypsbl,
He UMeBLLNE NPaKTUYECKOW LEHHOCTW. BospacT
[OPEBHENLUNX UHCTPYMEHTOB ANS MPOM3BOACTBA
ofexnabl, Takmx Kak KOCTSIHblE Urfbl, COCTaBNSET
0K0J10 40 ThIC. NeT. 3aHMMaTbCS CENbCKNM X038iA-
CTBOM W MCMOJb30BaTb OLOMALLUHEHHbIX XMBOT-
HbIX Ha4Yanu okono 12 Teic. net Hasapn (Puc. us:
Jones, 2007.)

B. UHCTPYMEHTbI 1 NCKYCCTBO

niogen CoBpeMeHHOro Tuna

B APeBHelle BpeMeHa

Y niopelri COBPEMEHHOrO TWMa B 3MOXY BEPX-
Hero naneonuta (17-33 Tbic. neT Ha3an) 6bino
pa3BMTO MPOM3BOACTBO WHCTPYMEHTOB W UC-
KyCCTBO. Ha ToT nepnod BbIBIEHO YETbl-
pe atana passuTua: MagneHckas KynbTypa,
ConioTpeiickas kynbTypa, paBeTTckas KynbTypa
n  OpuHbskckas/LLaTensnepoHckas  KynbTypa.
B kauyecTtBe npumMmepa npenctaBieHbl KOCTAHaAsA
1rna, Bo3pacT KOTOPOW CcOCTaBnseT 26 ThiC. NeT
(1), v dneWTbl, N3rOTOBNEHHBIE U3 KOCTK Nebe-
[Is1, Bo3pacTom 38 Thic. neT (2). (PoTorpadpum na:
Conard et al, 2009.)

MeavumHcKas 3HAYMMOCTb

Takas 0bnactb, Kak 3BOMIOLMOHHAS MeauLmMHa,
HarnpasJ/ieHa Ha pelleHre Hay4HbIX U npakTnye-
CKMX BOMPOCOB, CBA3aHHbLIX C 3BOJIIOLMOHHBIMU
npuyYnHaAMnN MHOIUX 6onesHein COBPEMEHHOr0 4e-
noBeka. anMepaMl/l Takux 6onesHen ABNATCA
OXUPEHWEe, aTepocknepos, rmnepToHus, nemn-
yeckasi 6onesHb cepaLa, ayTouMMyHHble 3abone-
BaHusa 1 np. (Gluckman n gp., 2009.)
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500 TbIC. NeT Ha3ag ~370 Tbic. neT Hasag ~195 Tbic. neTHazag ~41 TbIC. NeT Hasag ~28 ThbIC. NET Ha3ag
Bpewms coBnaaeHus aTanoH-  Pasgenenve nonynsuuii - [lpeBHelime u3BecTHble [ipeBHeiiuve niogn  HanBoriee nospHue
HbIX NOCNEeA0BaTENbHOCTEN  MPEAKOB YenoBeka TIofW COBPEMEHHOM COBPEMEHHOTO TNA  U3BECTHbIE OCTaHKN
YenoBeka W HeaHAepTanbla W HeaHfepTanbLes aHaToMuu 8 EBpone HeaHgepTansLes

CoBpeMeHHbII
YernoBek

HeaHpeptanbupl,  CoBpemMeHHbIN YenoBek

1-4% [QHK'yHacnepoBaHo

OT HeaHOepTanbLeB
|||||||||||||||| HeaHpeprans-
bl
| [eHOMHble JaHHble |
nnnf fenncosyp
mm— OBOJIIOLMOHHAS NIMHIA COBPEMEHHOTO YerioBeka | Bantble naneoxTonorseckix |
nccnegosaHumn

3BOJ'I}OL|VIOHHbIe NNHUKN HeaHaepTanbLeB U 1eHNCOBLIEB

BeTBy 306paxeHbl cxemaTuyHo,

maclTabbl He cobntogeHb!
A. NpoucxoxaeHne YenoBeka U pOACTBO C HeaHdepTaNbLaMu

12-40 TbIC.
40 ThiC. 50-70 ThiC.
30 ThiC.
11 M 1,7 TbiC.
13 ThiC.
150 TbiC.
3 ThiC.
1 3
00T:IC 40 TbIC.
13 ThiC.

B. PacceneHue ntogeit coBpeMeHHOro Tuna 3a npegenamm Adpuku

B. MHCTPYMeHTbLI 1 CKYCCTBO APEBHUX NI0AEN COBPEMEHHOrO TUNa
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KNETKA 1 EE KOMIMOHEHTDI

Knetkm — 970 Menbyaiime CTPYKTYpHblE eau-
HULbI XWBbIX OPraHUM3MOB, OKPYXEHHblE MeM-
6paHoii. B Te4EHME XN3HU OHM MOTYT BhIMOJHSATb
MHOXeCTBO PYHKLMIA. COrnacHo NonaoXeHuio, Bbl-
aBuHyTOMYy Pynonbdom Bupxosom B 1855 1., kax-
[as Knetka npouUCXOAMUT OT APYroW XMBORN KNETKM
(omnis cellula e cellula). CywiecTByeT ABa OCHOB-
HbIX TMNa KNeTokK: 1) NPOKapuoTUYECKne KNeTku,
y KOTOpbIX BCA YHKUMOHaNbHas vHopmauus
COOEpPXMTCS B KONbLEBOM reHome 6e3 sanepHoi
obonoykn: GakTepun (nnu aybaktepun) u ap-
xen (nnm apxebaktepumn); 2) aykapuoTuyeckune
KNEeTKW, FeHOM KOTOPbIX HAXOAUTCS B OTAENbHbIX
XPOMOCOMaXx BHYTPU fapa. Y HMX XOPOLIO opra-
HU30BaHHas BHYTPEHHSS CTPykTypa. PobepT Myk
NPeAoXNA TEPMUH «kneTka» B 1665 . ana kpo-
LIEYHbIX f4eeK B MpPOOKe, KOTOPblE HAMOMHUIN
emy kenbi MoHaxoB. Matunac LUneinneH n Teonop
LLiBaHH B 1839 . npn3Hanu, 4To KNETKM SBNSIOTCS
«31lEMEHTaPHbLIMM YaCTMLAMMN OPraHU3MOB», pac-
TEHUI 1 XMBOTHbIX. Ceityac Mbl yxe 3HaeM, Kak
npoucxoamT 6ébluas YacTb GMONOrMYECKUX NMPO-
LIeCCOB B K/1€TKE Ha MONIEKYNISIPHOM YPOBHE.

A. CTpoeHune NpoKapnoTN4eCKON KNneTKn
KneTkn npokapuoTt (6akTepuii) 06bI4HO ObiBAIOT
NanoykOBUAHLIMU N CHEPUYECKNMU, UX OUAMETP
COCTaB/SET HECKOIbKO MUKPOMETPOB, Y HUX OT-
CYTCTBYET S4pP0 Unm 0cobasi BHYTPEHHSS CTPYK-
Typa. BHyTpu 6aktepum, OKpy>XEHHON KNeTO4YHOM
cTeHkon, Haxogutcs okono 1000-5000 rewos,
NAOTHO 3anMCcaHHbIX B KONbLEBON Monekyne JHK.
Kpome Toro, Gaktepum 06bIYHO copepxaT He-
6onblune konbLeBble Monekynsl [JHK, Ha3biBae-
Mble nnasMuzamu. Pennukauus nnasmug, npo-
WNCXOAUT HEe3aBUCUMO OT [/aBHON XPOMOCOMbI;
0ObIYHO OHWM COAEPXAT TrEeHbl, OTBETCTBEHHbIE
3@ YCTOMYMBOCTb K aHTUOMOTUKAM.

b. CTpoeHme s3yKapnoTnyeckom KneTkmn

dykapnoTnyeckas Knetka CocTouT U3 uyTonnas-
Mbl 1 §i4Pa, OKPYXEHHBIX MIa3MaTU4eCKoin MeM-
OpaHoil. Aapo 3yKapuoTUYECKOIN KNeTKn copdep-
XUT reHeTmyeckyto nHdopmaumio. B aapbilikax,
HEeMeMOPaHHbIX KOMMapTMEHTax, MNpPOUCXoauT
cuHTe3 pubocom. fipepHas obonouyka oTaens-
€T S4p0 OT UMTONMasMbl, B KOTOPOI HaxoamTcst
CNOXHas cucTema BHYTPEHHUX MemObpaH, obpa-
3yloLas AUCKPETHbIE CTPYKTYPbl (OpraHensbl).
3T0 MUTOXOHAPUU (B HUX MPOUCXOASAT HEOOBXO-
OUMblE Ons 9Heproobpas’oBaHUs XMMUYECKME
peakuun),  SHAONNA3MATUYECKUA  PETUKYAYM
(MembpaHHas ceTb, B KOTOPOW MAET CUHTE3 BaX-
HbIX MOJieky”), annapat lonbmku (obecneynBaeTt

TPaHCMOPT), IM30COMbI (B HX MPOMCXOAMUT Nepe-
BapviBaHME HEKOTOPbIX BEKOB) U NEPOKCUCOMbI
(CMHTE3 1 pas3noxeHne onpeaeneHHbIX MoneKkyn).
Y XMBOTHBIX KNEToK (1) 1 pacTUTenbHbIX KNEeTok
(2) ecTb pag 06X HEPT M BAXHbIE CTPYKTYPHbIE
pasnuuns.

PacTuTtenbHas knetka COZEPXMT XJIOPONAacTbl
ons GOTOCUHTE3a, OKPYXEHA TBEPAOW CTEHKOW
13 LeNIono3bl U APYrUX NOSIMMEPHbLIX MOJEKY,
a TakKe COAEPXMUT Bakyonu Ans BOAbl, WOHOB,
caxapa, a30TUCTbIX COEAMHEHUI 1AW NPOJYKTOB
Xn3HeaeaTenbHoCcTW. Bakyonu npoHuuaemMsl ans
BOZbl, HO He NS APYrMX Haxo4saLwymxcs B HUX Be-
LLLeCTB.

B. Mnasmartunyeckaa mem6paHa KneTku
Knetkun okpyXeHbl nna3maTnyeckon MemobpaHoi,
COCTOSILLEV 13 MONIEKY XMPHBIX KUCAOT, rMapo-
$o6HbIX hochonunnaos, 06pPa3yoLLMX ABOVHO
cnoi (6ucnoit). MHOXeCTBO MOMEKys NMPOHMKaeT
CKBO3b Nnasmatunyeckylo membpaHy, obecrneyn-
Bas onpefeneHHble OYHKUMM B3aMMOLENCTBUS
knetok. MoXHO BbIAENNTb Pa3fNYHbIE TUMbl MEM-
OpaHHbIX 6enkoB: 1) TpaHcMembpaHHble Genku,
obecrneynBaloLyie TPaHCMOPT MOJSIEKYN BHYTPb
KNeTkn u BOBHE; 2) Genku, COefMHEHHbIe ApYr
C apyrom u obecneumsaioLime cTabunsHOCTb; 3)
PeLenToOpHbIE MOMEKYNbl, BOBMEYEHHLIE B MPO-
Lecc nepepayn curHana; 4) obnagatouime yHk-
umsmn GEpPMEHTOB MOMIEKYbI, KaTanm3vpyioLLime
XUMWYECKME peakuuyn BHYTPU KIeTKM B OTBET
Ha CUrHan M3BHE; 5) MEXKNIETOYHbIE LLENEBbIE
KOHTaKTbl y CMeuuanM3MpoBaHHbIX KNeTok, 00-
pasyloLme nopbl Mexay COCefHUMU KheTKamu.
Benkv MexKneTouHbIX LUENneBbIX KOHTAKTOB CO-
CTOSIT U3 KOHHEKCUHOB.

OHn 0becneynBatoT MPOHUKHOBEHWE MOMEKyn
nnameTpom fo 1,2 HM. KneTku copepxar yetbipe
OCHOBHbIE FPyMbl OPraHNYeCcKMX MONEKYN: yrne-
BOZbl, XUPHbIE KMCNOTbI, aMUHOKUCAOTbI U Hy-
KNeoTuapl.
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FTEHETUYECKME OCHOBDI
MPOLIECCOB CTAPEHWA

CrapeHve €BASeTCS pe3ynbTaTOM  3aBUCSLLMX
OT BPEMEHM MPOLECCOB, KOTOPbIE 3aTparnealoT
KNETOYHbIN, TEHETMYECKUA 1 MeTabonnyeckuin
romMeocTas, a Takke OKa3blBaloT BO3LENCTBUE
Ha CnocoBHOCTb CTBOJIOBLIX KIETOK pereHepu-
poBaTtb. OpraHv3mbl CTapelT B pamkax creL-
NOUYHOM  Ons KaxZoro Buaa MNpOSOIXUTENb-
HOCTU XW3HW, U3 Yero MOXHO cAenaTb BbIBOZ,
4TO B MPOLLECC CTApPEeHUs1 BOBMIEYEHbI HE TOMBKO
NOBPEXAEHUS, HO N FTEHETUYECKI 3anporpaMmmu-
poBaHHble dakTopbl. MyTaumMm HEKOTOPbIX FrEHOB
MOFYT YBEANYMBATL MPOLOMKUTENBHOCTb XU3-
HW Y HEMaTon, APO30dWI 1 MbILLEN. Y Yenoseka
C HEKOTOPbIMW TEHETUYECKUMUN HAPYLLUEHWNSIMU
CBS3aHbl NPEXAEBPEMEHHOE CTaPEHNE U YMEHb-
LIEHWE NMPOAOIIKUTENIBHOCTU XU3HU.

A. DeHoTUNNUYECKNE

nposABJIeHNA CTapeHns

[yctaB Knumt (1862-1918) npopemoHcTpupo-
Ban deHoTUnbl Ntoaer pasHoro Bospacta (1).
Ha KneTo4yHoM ypoBHE NPOLOMKUTENBHOCTb XU3-
HU KYNbTUBUPOBAHHLIX G1OPO6NacToB Yenoseka
orpaHuyeHa 40-60 geneHusiMU KNeTkn B 3aBU-
CMMOCTM OT BO3pacTa AOoHOpa. JTO ABNEHME NO-
NIy4nno HaseaHue «npepen Xendnuka». CHayana
(dasal) kneTku pacTyT, Moka He 4OCTUMHYT foCTa-
TOYHbIX pasmepoB (dasa Il). 3atem oHM BCTynatoT
B daay Ill n 6onblue He penatcs (2). 3To cocTos-
HWE NOKOSi, B KOTOPOM HE MPOUCXOAUT AeNeHne,
Ha3blBAETCA KJETOYHBIM CTapeHvneM. Pakosble
KNeTku B KysbType, Hao00pOoT, NPOAOIXaOT Ae-
NUTbCS. Ha ypoBHe opraHuamMa cTapeHve BAmMsieT
NpakTU4ecky Ha Bce GYHKLMN Tena, CnocobHOCTb
K 0OY4eHMI0 W PENPOAYKTUBHYIO YCMELHOCTb.
OHO TaKXe MOBbILLAET PUCK PACMPOCTPAHEHHbIX
3a00neBaHNiA, TakMx Kak aTrepockiepo3 u pak.
CeMb HanpaefeHNIA NCCNEA0BaHNIA CTAPEHUS CO-
OTBETCTBYIOT PA3NNYHBIM MEXaHW3MaM, KOTOpble
NPEeAnoNOXMTENbHO BOBMEYEHbI B MPOLLECC CTa-
penust (3). (Puc. 1 n3: HaumoHanbHbIn My3el co-
BPEMEHHOrO MCKyccTBa, Pum; puc. 2 ns: Hayflick
and Moorhead, 1961; puc. 3 n3: Kennedy et al.,
2014.)

b. Bo3pacTHble n3meHeHUs KNneTkun

CrapeHue cBszaHo ¢ noepexzaeHrem OHK n yko-
poyeHuem Tenomep. Kpome T0ro, uMeeT MecTo
HapyLUeHne APYrux KNETOYHbIX CTPYKTYP M Mpo-
LIeCCOB, B TOM YMCNE apXMTEKTYpbl a4pa, GyHK-
UM 1 cTabUNbHOCTU MUTOXOHAPWIA, MUFEHETU-
4yeckoin perynaumu, GYHKUMOHMPOBAHWS GeskoB

1 B3anmopencTeus knetok. (Puc. us: Lopez-Otin
etal, 2013.)

B. leHeTn4eckue

HapyLuieHus, Bbi3blBaloLjne
npexpeBpemMmeHHoe cTapeHune

Mporepus B3pocnbX, WA cuHapom BepHepa
(OMIM 277700), Bnepsble onucaHHas B 1904 .,
npeactaenseT coboit 3aboneBaHue C ayTo-
COMHO-PELECCMBHBIM ~ TUMOM  HacnefoBaHus,
npyv  KOTOPOM  MHOXECTBEHHbIE  MPOSIBNEHNS
NpPeXAeBPEMEHHOI0 CTapeHUsi BO3HUKAIOT B Te-
YeHVe BTOPOro 1 TPETLEr0 AECATUNETUIN XN3HN.
CunzpoM BepHepa BbI3bIBAIOT FOMO3UTOTHbIE MY-
Tauuu reHa OHK-xenvkassl WRN (OMIM 604611),
kogumpyiowtero RECQL2. ipyrue cBs3aHHbIe C Xe-
nvkasamy 3aboneBaHus — 310 cuHApom Bayma
(OMIM 210900), npu4nHOI KOTOPOrO SBASIOTCS
myTaumn reHa RECQL3 (res BLM 604610), 1 cuH-
apom PotmyHpa—TomcoHa (OMIM  277700),
MPUYMHON KOTOPOro SIBSKOTCS MyTauuu reHa
RECQL4 (603780). Xenukasbl pas3nensior Lenw
monekynsl JHK, 4to Heobxoaumo anis pennuka-
LMK, pekoMOuHaumu, penapaumum U TPaHCKpu-
umun (cMm. c. 68). MoTepst PyHKLMM Xennkasbl Npu-
BOAUT K HecTabunbHoCTH reHoma. (PoTtorpadpum
n3: Werner Syndrome International Registry,
http://www.wernersyndrome.org/.)
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lMepeBon CTOJIb «KOHLEHTPUPOBAHHbLIX» OCHOB FrEHETUKN U MOJIEKY -
NFpHON OGMONOrnMM BbI3BAN Yy Hac pPaa 3aTPYAHEHUN, CBA3AHHbIX
B MepBYIO 04epeb C MaHeEPOM Nogaymn Mmatepuana, raoe KpaTtkocTb
€ro M3JI0XKEHUS O0JPKHA COYeTaTbCsd CO CTPOroM Hay4yHOCTbIO
N MakCMasibHOW MHPOPMATUBHOCTbLIO. M kaxeTcd, HaMm 3TOo yaa-
nocb. Begb nonyymBlUEECS CPaBHUTENIbHO HEOOJbLLUOE n3gaHune
COLEPXUT, MO CYTU, BCIO Hanbosiee akTyasbHYIO 1 COBPEMEHHYIO
nHpopmMauuto no reHetuke. Npu 3TOM BCe YNpPOLLEHUA KOPPEK-
THbl 1N MO3BOJIAIOT JIEFKO MOHATb CYTb OMUCbIBAEMbIX MPOLLECCOB,
a noapoOHbie MANCTPaALMN (Ha KaXaoM pas3BopoTe) uaeasbHO
LOMOJIHAIOT TEKCT.

JaHHoe nocobue — cambli MOLUHbIA KOHLEHTpPAT UHpOopMaumn
no GUOXMMUKU, MONEKYSIIPHOW U KIIETOYHOMN reHeTuke (BKito4vas
MELULMHCKYIO FrEHETUKY) Ha CErOOHSLLUHUNIA OEHb.

L. PebpukoB




