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Kak ponuth 370p0oBoro pedbenka? Otyero y Moero pedeHka mpooiaeMsl ¢ cepaiiem?
[IposiBUTCA JIM y MEHA XOpes XaHTUHITOHA, Kak Yy Moero orua u aena? Tema
reHeTUYeCcKuX 3a00JIeBaHMi B HAIIIW JIHU CTAHOBUTCS OOBIIEHHOM, OTHAKO, YTO
TaKoe MeIUIMHCKAasl TeHeTHKa, MHOTHE MPENICTaBIAI0T cebe cMyTHO. B omnyne
OT TepareBTa, COMPOBOXKIAIONIETO MallUeHTa OT KOJIBIOEH 10 MOTUJIbI, Bpay-
T€HEeTHK CJIEUT 3a €r0 )KU3HBIO ellle JI0 €€ 3aPOKICHUS U CITYCTsI TOJIbI TIOCIIEe ee
3aBepUICHMS. 3a BpeMs CBOEU MPO(EeCCUOHAIBHOM AESTEIbHOCTH TOKTOpY KEpKy
JO0BEJIOCh TPUHUMATh Y4acTHe B CY/IbOaX THICSAY JIIOJEH, U STOT MEPUO COBMAI C
9MOXOW HeObIBAJIOrO MPOPbIBA B reHeTHKe. OMBIT MPAKTUKYIOIIEro Bpaya U y4eHOTro
B COUYETAHUM C JAPOM PACCKA3UMKa MMO3BOJIMIM ABTOPY HAITMCATh BEJIMKOJICTHBIM
0030p UCTOPUU METUITMHCKON TeHETUKU U OLIEHUTD €€ MePCIEeKTUBBI, TPOSICHSS
Ha peasibHbIX MTPUMepax caMble CIOKHBIE BOITPOCHI JIJIs1 BCEX KEeJAIOIIUX MOCTUYb
TOHKOCTH 3TOM HOBOM Hayku. «OIHAKO UCTOPHSI TEHETUKH YeJIOBeKa — 3TO B
MEPBYIO ouepe/ib yeaoedeckas ucropusi. OHa CKJIaIbIBA€TCS U3 UCTOPUM JIIOJIEH,
Ha JKU3Hb KOTOPBIX BJIMSIET FEHETUKA, — HA CAMOM JieJie, KOHEUHO, OHA BJIMSIET

Ha BCEX, HO Ha HEKOTOPBIX CKa3biBaeTcs OoJiee 3aMETHO U OoJiee KECTOKO, YeM

Ha BCEX MPOUYUX. DTO UCTOPUS TOU MAJIBIIIIKK, OOPEUEHHON C CaMOr0 MOMEHTa
3a4atus. ITO UCTOPUS UCCIIEAOBATEIbHUIIBI, KOTOpasi B CBOEW JJadoparopuun
B3MJISIHYJIA B MUKPOCKOIT U TTPOYMTANA CYIbOY JTEeBOYKHU, 3AIMTUCAHHYIO S3bIKOM
KJIETOK. DTO UCTOPUSI AHHBI — U MOSI COOCTBEHHAs1. TO UCTOPUS JIIOfIEH, KOTOPbIE
BIIEPBbIE Y3HAJIM, YTO TAKOE XPOMOCOMA U KaKO€ OHA MOET UMETh OTHOIIEHUE

K Oone3Hmn». [l koro Kaura Oynet nHTepecHa OmosioraMm, reHeTUKaM, Bpadyam,

B TOM 4YMCJIe NleiMaTpam, a Takxke BCEM, KTO MHTEPECyeTCsl HayKaMH O YeJloBeKe

B 1IEJIOM U T€HETUKOH YeIOBeKa B YACTHOCTH. A TaKXke TeM, KTO UHTepecyeTcs
BOMPOCAMU TUIAHUPOBAHUS CEMbU, TEHETUYECKOTO TECTUPOBAHUSI, U BCEM MOJIOIBIM
COBPEMEHHBIM JIIO/ISIM, TyMAIOIIUM O 3JI0POBbE CBOMX OyIyIIUX JeTeil.



ISBN 978-5-00-139751-9 © Képk 2., 2020
© AunprmHa dumxuran, 2020



3. Képk. «Maiburk, KOTOpBII HE NIepecTaBajl PacTy. .. U APYrue UCTOPUM TIPO TeHbl U JIOACH»

Coaep:xanue

Ot aBTOpa
[IpenucnoBue
1

2

KoHer| 03HaKOMHTEIBHOTO (hparMeHTa.



3. Képk. «Maiburk, KOTOpBII HE NIepecTaBajl PacTy. .. U APYrue UCTOPUM TIPO TeHbl U JIOACH»

dnBuH Képk
MaJjibuMK, KOTOPbIil He epecTaBaJl pacTu...
U Jpyrue MCTOPHUM PO reHbl U JI0del

B knuze ynomunaromes coyuanvrule cemu Instagram u/uau Facebook, npunaonedxcauyue kom-
nanuu Meta Platforms Inc., 0esimeabHOCIb KOMOPOU NO Peanu3auus COomeemcmeyouux nPpooyKnoe
Ha meppumopuu Poccutickoii @edepayuu 3anpeuiena.

[lepeBomuuk Mapus Eaugbéposa

Hayunsiit pegakrop Mapusi Ocemposa

Penaxkrop Baaenmuna bonozosa

Wzpatens I1. ITookocos

PykoBoaurens npoekra U. Cepéeura

Accucrent pegakuuu M. Kopouenckas
Koppexkrops! E. Cuemannuxosa, C. Yynaxuna
Komnslorepnas Bepctka A. @Pomunos
XynoxectBeHHoe oopmiienue u Maket FO. byza
®Domo na obnodicke Shutterstock

© Edwin Kirk, 2020
This edition is published by arrangement with Curtis Brown UK and The Van Lear Agency
© Mznanue Ha pyccKoM si3bike, niepeBof, odopmiieare. OO0 «AsbrHa HOH-PUKIIH», 2022

Bce npasa zawuuervl. /Jannas 31eKmpoHHAs. KHU2A NPEOHA3HAYEHA UCKAIOUUMENLHO ON5
UACMHO20 UCNOABL30BAHUSL 8 MUUHDBIX (HEKOMMEPUECKUX) UeAsIX. DNeKMPOHHAS KHU2aA, ee uacmu, ppaz-
MEHMbL U INeMEHNIbL, BKAIOUAS. MEKCH, UB00PANCEHUSL U UHOE, He NOONEHCAN KONUPOBAHUIO U MH000OMY
OpY20MYy UCNONL308AHUIO Oe3 paspeutenust npasooonradamens.. B wacmuocmu, 3anpewero makoe
UCNOABL306AHUE, 8 Pe3YAbmame KOMopozo 3NeKMPOHHAsL KHU2d, ee 4acmb, Ppazmenn Ul SNeMeHm
CMAaHym OOCMYNHbIMU 0ZPAHUMEHHOMY UM HEONPEOENCHHOMY KpYey AUul, 8 MOM YUCAe ROCPEOCEOM
cemu uHmMepHenl, He3AsUCUMO OM Mozo, Oyoem npedoCmaAsimbCs OOCMYN 3a NAAMY UAU 0e3603-
Me30HO.

Konuposanue, socnpouzsedenue u unoe ucnonb308anue 1eKmpoHHOLL KHU2lu, ee uacmeli, gppaz-
MEHMO8 U INEMEHMO8, 8bIX00sIUee 34 NPedeabl YaACMHO20 UCNOAL308AHUSL 8 MUUHBIX (HEKOMMepUe-
CKUX) Ueasix, 6e3 coenacust npagoodoNadamenst si8ASemcs He3AKOHHbIM U 81euen YeoroeHYr, aOMu-
HUCIPAMUBHYIO U 2DANCOAHCKYIO OMBEMCNEEHHOCHTb.
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OT aBTOpa

B 310#1 KHHTe comepKuUTCs psill UCTOPHIA MAlEHTOB, KOTOPBIX 51 HaOmomanx. UtoOsl coxpa-
HHUTh BpaueOHYIO TaiiHy, MHE MPHUIILIOCh BHECTH B HUX 3HAYMTEJIbHBIE U3MEHEHHMS], TIOPOil 00beIu-
Hsis1 (DaKThI U3 JKU3HU BYX Pa3HBIX Jofieil. Bce McTopry 0cHOBaHBI Ha peajibHbIX COOBITHSIX, OJHAKO
s TIocTapajcs chaejaTh Tak, YTOOBI MO ONMHMCAHUSAM, MPUBEAECHHBIM 3[1€Ch, HEBO3MOKHO OBLIO OITO-
3HaTh HU OJJHO KOHKpPETHOE JINLO. VICK/TI0ueHn sl COCTABIISIOT Clly4yau, Koraa MH(GOpMaLK O MalieHTe
yke Obula OOHapOIOBaHA B MEIMLIMHCKOM JIUTeparype, Toraa s OOBIYHO COXPAHSIO KJIIOUEBBIE 3J1e-
MEHTBI OITyOJIMKOBAaHHOW BEePCHHU. Sl Takike M3jarailo MICTOPUM HEKOTOPBIX JIIOAEH, KOTOphIE HE SBJIS-
JIUCb MOMMHU NalMEeHTaMu, B yacTHocTU [Ixeccu ['enbcunrepa u Makkensu Kacesuisl. O6a nocnen-
HUX ciTydasl ye Molyduia mupokoe ocsemenne B CMU. Uznoxenue 6uorpacpun Makkensu B 11-
1 I1aBe IPUBOJUTCS C BEIOMA U COIVIACUsl €€ POIUTENIeH.
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IIpeaucaosue
Konen — u HauyaJ0

['eHeTHKe cityyaeTcsl 3aHOCUTh MEHsI B camble HeoXuaaHHbie Mecta'. [logBas, HAOUTHIN COT-
HSIMU SIIIUKOB ¢ MbliamMu. Meuets B [lakucraHe u elie onHa MeueThb, B mpuropoje CunHes. banker-
HBIH 3aJ1, B KOTOPOM COOPAJIUCh COTHHM JIIOZIEH, TPUYEM Mepel] KaKAbIM CTOSIT JBE PIOMOUYKHU C SIAOM.

OpnHakKo, KaK MPaBWIo, B )KU3HK I'eHETHKA HET HUYEro TAaKOTo, YTO MOIJIO Obl TOKA3aThCs CITy-
YaiiHOMY HaOJTI0/IATEITIO0 SK30THKOM. MBI IOCBSAIIIaEM MHOTO BpEMEHH COBEIAHUSM U paboTe C JIOKY-
MeHTamu. Kak Bce MeIMKH, MBI OCMAaTpUBaeM MAIMEHTOB B KAOMHETaX KJIMHUK VI OOJbHUYHBIX
nanarax. CtanmaptHoe ogprcHoe 000pyI0BaHME 3aHMMAET B HAIIIUX JJa00PATOPUSIX HE MEHBIIIE MECTa,
YeM BBICOKOTEXHOJIOTMYHBIE TPUOOPHL. U Take 3TH MPpUOOPHI BHITJISAAT HE CJMIIKOM BIICUATIISIONIE.
I[Mopoii cpeu HUX ToMAAAITCsT 00pasIbl PYTYPUCTHUECKOTO CTHIISI, HO B OCHOBHOM Haille 000pyI0-
BaHME SIBHO BBITMOJHEHO B CTUJIE MPOMBIIIIEHHOTO IU3aiiHA TUMA «YHBUIBINA CEPbIi SIIIIUK.

U Bce xe BHEITHOCT OOMaHYMBa. B reHeTrKe MpOUCXoAT YIUBUTEIbHbIEC BEIIU: TUXasl PEBO-
JHOLMS y3Ke MPor3Besia KOPEHHbIe U3MEHEHH S B HEKOTOPBIX 00IACTSAX MEUIIMHBI, 2 BCKOPE 3aTPOHET
Y oCTaJIbHbIe. B Ovkaiiiive rojibl CeKBEeHUPOBAHUE BAIIEr0 TeHOMA CTAaHET OOBIICHHOW TIPOLIETY POIA.
Benuka BeposTHOCTB, UTO BbI MpojieiaeTe ee OyKBAJILHO HA THSIX, €CIM yKe He mponenand. Yepes
OJIHO-/IBa NIECATHJICTUS BAIll T€HETUYECKHUE aHHbIe OYIyT 3aHOCUTHCS B KapTy JIeUallliM BpauoM,
TaK ke KaK MOKa3aTeM KPOBSHOIO JaBJICHH ], BEC M Ha3HAUEHHbIE JIEKAPCTBEHHbIE TTPEnaparsl.

CrangapTHblil BOIPOC, KOTOPBIN 3aal0T Ha coOecenoBaHusix: «Kakum Bbl ceOs mpeacTaBis-
ere uepe3 aecarth Jier?» Eciu 3amarh 3TOT BONPOC CMEHMUATUCTY MO MEAUIIMHCKON T'€HEeTUKE, TO
MOKET CJIOKUTHLCS BIIEYATIICHUE, UTO Yepe3 IECSTh JIET 3Ta Mpodeccusi OKaKeTcsi BIMUPAIOLIEH — He
MOTOMY, YTO T'€eHeTHKA YTPATUT CBOE 3HAUEHUe, a, HAIPOTHUB, IOTOMY, UTO €€ 3HaUeHHe HEMMOBEPHO
BO3PACTET M BJIAJICHUE TOW OOJIACTHIO 3HAHUI CTAaHET OOSI3aTeNIbHBIM JIJIsI KaK/IOTO Bpaya, Tak 4To
MEVK, CIIeITUaTM3UPYIOIIUIICS JIUIIb HAa TEHETUKE, Oy/IeT HUKOMY He HyxkeH. [IonoOHble TipejicKasa-
HUS 51 CITBIIITY yKe TIOYTH YeTBEPTh BEKa, HO Ceiiuac OHM KakK HUKOT/IA IAJIEKH OT TOTO, YTOOBI COBITHCS.
B peiicTBUTENHHOCTH JIUIIIL HEMHOTOUUCIIEHHBIE CIIEIUAMCTH — B MEPBYI0 O4Yepelb HEBPOJIOTH, a
TaKKe HEKOTOpbIe Kap/UOJIOTH, SHIOKPUHOJIOTH U T. 1. — OCBOWJIA TEHETUKY, OOJIBIIIMHCTBO XKe Bpa-
Yyel CJMIIKOM 3aHATHI OCBOEHUEM HOBBIX JOCTHKEHUI B COOCTBEHHBIX OOJIACTSX, YTOOBI ITOIBITATHCS
yclienuTh 3a Hamleid. Tem BpeMeHeM UYUCJIeHHOCTbh Bpayeil Halled CrelMagIbHOCTH HEYKJIOHHO pac-
TET, HO, TAK KAaK M3HAYAJIBLHO HAC OBUIO COBCEM MaJlO, MBI ITOKA €I, MOKHO CKa3aTh, HE CIUIIKOM

! Mockonbky s He coGMpaICst OCBAMATH 3Ty KHUTY COGCTBEHHOM NEPCOHE, TO HE HALIE MECTA B OCHOBHOM TEKCTe, YTOOBI M0SIC-
HUTB 970.TToBaIBHOE MIOMEIIEHHE C MBIIIAMK — 3TO BUBapHil CuTHEHCKOM IIIKOJIb BETepUHAPHBIX Hayk B CHIHENCKOM YHHUBEpCHTETE,
IJie 51 POBeJT HeMaslo BpeMeHH, paboTast Haj cBoeil auccepranyeil.B ITakuctan s e31101, KOra IPUHUMAI y9acTHe B ChbeMKax Telie-
HporpaMMsl 17151 KaHaia Discovery. Dta nepefaya Jajieko He JIydiliasi, HOITOMY He COBETYIO UCKaTh ee B MHTepHeTe. Ho Gnarogapst
9TOii MOE3/IKe MHE BBINAJIA pe/iKas yaaya noosBath B Jlaxope. Tam st ©Mell BO3MOKHOCTh OCMOTPETh BETMKONIECIHYI0 MedueTh baiaxu,
IIEe/IeBP apXUTEKTYPhl Benkux Moroos — eiBa Jii He caMoe MpeKpacHoe 31aHKe, KOTOpoe MHe JOBOOWIOCh BuaeTh. Meuers Baamaxu
51 TIOCEIAJ B Ka4eCTBE OOBIYHOTO TYPUCTA, HO YTO KacaeTcsi MedeTd B 3anagHoM CuHee, TaM st ObUI C PYTOi LeIblo. ITOT BU3MT IPO-
XOIMJT B paMKax MOATrOTOBKH MTPOEKTa CKPUHMHIA HOCUTEJILCTBA CPE/IH AP, 3aKJIIUMBIINX POICTBEHHbIe Opak (r1aBa 11). Bo MHOrHX
CTpaHax, B TOM YKCJIe OJNIMKHEBOCTOUHBIX, KYJIbTYpa MOOMIPSIET OPaky MEX/1y ABOIOPOAHBIMU OPaThsMU U CECTPAMH (B HEKOTOPHIX
TaKKe BCTPEYAIOTCs1 OPaKu MEX/Ly [sIbsIMH U TUIEMSIHHULIAMK). XOTS 9Ta MPAKTUKA HE UMEET CTPOrOi MPUBSI3KU K peuruu (Opaku
MEX/1y Ky3eHaMH, B YaCTHOCTH, PACIIPOCTPAHEHbI CPE/IN JIMBAHCKUX X PUCTHAH), B STUX PErHOHAX MPeoOIIaiaeT UClaM, U IS HAC ObLIO
BaXHO Nepe] Ha9aIoM HCCIIeOBAHMUS IPOKOHCYIbTUPOBATBCS C COOTBETCTBYIOIIMMHU PEJIMTHO3HBIMU U OOILECTBEHHBIMU JINAEPAMU.
MbiI ¢ Moeii ipusitenbHALel U koyuteroit Kpucrunoit Bapioy-Crioapt B YkC/Ie IPOYMX BUSHTOB, CBA3AHHBIX C MOATOTOBKON HCCIIEI0-
BaHWs1, IOCETUIIH OIHY KPYITHYI0 MeueTh. B pyroii s1 moOwiBasi oauH, 6e3 Kpuc. B Toit MeveTH s1 BCTpETHIT MMama C IByMSI Hay YHbIME
CTeNeHsIMU — BEPOSITHO, CAMOT0 00Pa30BaHHOIO YeJIOBEKA, KOTOPOI'O MHE TOJBKO MPUXOAMIIOCH BUETh, IPUTOM JOOPOKEIATEIBHOIO
¥ OT36IBYMBOrO. Tak Kak s cam 3allUTUII O[HY JMCCEPTAINI0, MHE ObUIO TPYJHOBATO MOHSTH, KAK KTO-TO MOXET MO COOCTBEHHOMY
JKeJTAHHIO B35IThCsI 3a BTOPYIO. [lociie BeTpeuy MHe NPeaIoKUIIN KCKYPCHIO 110 MedeTH. KOHoIIA B TONICTOBKE ¢ KAIIOLIOHOM, KOTOPOMY
MOPYYMITH OBITH MOMM T'HJIOM, TTIO3I0POBAJICSI CO MHOM H, B3IJISIHYB Ha MEHsI C HaJIEKI0M, IOMHTEPEeCOBAIICS: «Bbl HOBOOOpAIIIEHHBII?»
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3amMeTHBI. Jlaxke y Opyrux MeIMKOB IMPEACTABICHUs O TOM, YeM 3aHUMAIOTCSl TeHETUKH, 3a4acTyIo
BECbMa CMYTHBI.

Tak yem e Mbl 3aHUMaeMcsi? Mbl HEeTUNIMYHbBIE MEJVKH: KPYT HAIlIUX MAlMEeHTOB HEe OrpaHu-
YMBAETCsI OHOM BO3PACTHOM I'PYIIION MJIH JIIOABMHU C 3200JIEBaHUSAMHU OIPEIeIeHHOro oprana. MHo-
I71a MBI YUYaCTBYEM B JKU3HHM JIOJEH elle A0 TOro, Kak OHM OyayT 3a4athl, MHOTA — JI0 TOTO, KaK OHU
ponstcsi. Mbl HaG/MoaeM MIIA/ICHIIEB, IIKOJIBHUKOB U B3POCIBIX, HA/ICIOIUXCS] 003aBECTHCH IETbMH.
MBs1 oOcnienyem nenyiinek u 0adyIiek, eclii HacIeJCTBeHHOe 3a001eBaHue MPOSBUIOCH Y HUX B CTa-
POCTH WJIM €CId HeOOXOOMMO OTCJIEUTH MOJIOMKY TeHa B CEMbE UM OIpPEAeIUTh, KTO U3 €€ WICHOB
noziBep:keH pucky. [opoii cBOi NepBbIil FTEHETUUECKUI TECT YEJIOBEK MPOXOIUT YKE M0CIe CMEPTH.
Kak roBoput moii koyutera I Mosar, Haia paboTa COCTOUT B TOM, YTOOBI COITPOBOKAATH YeJI0-
BEKa He MPOCTO «OT YTPOOBI 10 TpoOa» (Kak TeparieBT), a «OT CIIepMaTO301a 10 YepPBsi».

To ob1iee, 4To 0OBEAUHSIET BCEX HALIMX MAIIMEHTOB, — 3TO, Pa3yMeeTCsl, FeHbI, U B OCOOEHHOCTH
Hacye/IcTBeHHble 3a00seBaHust. Mbl MbiTaeMcsl JaTh OTBETH Ha (pyHIaMeHTaslbHble BONpOchl. Kak
ponuTh 370poBoro pederka? Ordero y Moero pedeHka nmpooiemsl ¢ cepatem? [TposButcs i y MeHs
xopesi XaHTUHITOHA, KaK y MOEro OTIa u aena?

3anaBasi mogoOHBIE BOIIPOCHI, JIOAHM BIIYCKAIOT HAC B CBOIO KU3Hb — HEPEIKO B MOPY HEIMpo-
CTBIX [IEPEKUBAHUIL, B TIOPY IOpsl U yTpaThl. 32 BpeMsi MOel TPO(PeCCUOHATIBHOM IEATEIbHOCTU MHE
BBITIAJIA YECTh MPUHUMATH YYaCTHe B KU3HHU ThICSY Jofed. K cuacTpio a1t MeHsl, 3Ta 9Mmoxa Takxke
cTaJsia TIepruoIOM HeOBIBAJIOTO MPOPHIBA B HAIIIEM IMOHUMAHUM T€HETUKH, BEKOM OTKPBITUM, MOCTO-
SITHHO HaOUPAIOIIUX TEMIT.

Jlns MeHst HOBas 3moxa Havyasack B cepequne 1990-x rr. Torma s paboran BpauoM-opauHa-
TOPOM B PEAHMMAITMOHHOM OT/IeJIEHUH JIeTCKOH OombHMIB B CusHee. Cpeayu MOMX MalMeHTOB ObLT
KPOIIEYHBIN MJIAJIEHEI] — IEBOUKA C BPOKICHHBIM TOPOKOM CEepAlia U 3aJep’KKOM pocTa, KOTopasi Kak
OyIITO He ’KeJaja JAbIIaTh CaMOCTOATENbHO. JKI3Hb B HEll MOANEP/KUBAIIH arlapaTsl.

[Mpunm pe3yabTaTsl FTeHETUYECKOTo aHaIM3a, U TIOHaA0OMIOCh OPraHU30BaTh BCTPEdy OOJb-
HUYHOTO CIIEIMAIMCTA [0 MEJUIIMHCKOW TeHETUKE C POTUTEINISIMU, YTOOBI COOOIIUTD UM O pe3yJibTa-
Tax. Ha Takux BcTpeuax 0OBIYHO MPUCYTCTBYET COTPYJHUK pPeaHMMAlMOHHOTO oTaesieHus. Tak Kak
10 BOJIE CTyYasi STUM COTPYJHUKOM OKa3aJics s, MHE MPUIILIOCh CTaTh CBUIETENIEM TOTO, KaK MOJIO-
Able OTeIl U MaTh MOTyYaloT CaMylo TOPECTHYIO BECTh B CBOEH KU3HH.

Tem caMbIM CIIEIMAIMCTOM 10 MEIUIIMHCKOM TeHEeTHKE OKa3asiach JOKTop AHHa TépHep. Brio-
CJIEZICTBUY OHA BOIILIA B YKMCJIO MOMX KOJUIET M ONMKAMIIMX Apy3eil. AHHA OTJIMYAETCS] OCTPOYMUEM,
n0OpOTOM, MPEJAHHOCTBIO U JKU3HETI0OMEeM, OHa HEYyTOMUMAs Iy TeIleCTBEeHHHILIA, JII0OSIIasi MaTh, a
Terepb U cBepx3adoTiuBas 6adymka. Ho B Ty mopy s 3HaI ee JIMIIb KaK CTAPIIyIO IO JOKHOCTH BO
BpayeOHOI MepapXur, KaKk yBaKaeMOro CHelUaINCTa B Y3KOM U HE COBCEM TOHSITHOW MHE 00JIacTH
MEeIUIIHBIL.

B ominuvie ot MeHs1, AHHA HE IOMHUT TOM Halllel IEpBOM BCTPEYH, IOTOMY UTO TOT/IA €€ MbIC/IN
3aHMMaJa TsoKenast 00sI3aHHOCTh, KOTOPYIO €H MPEACTOSUIO BRIMOMHUTH. OHA MPUIILIA CKa3aTh POIU-
TEJISIM, YTO UX JI0Yb BCKOpPE YMpET.

AHanu3 nokasaj, 4To y AeBOYKH MPUCYTCTBOBAJIA JIUIIHSS Komus 13-i XpoMOCcoMbI — 3a0071e-
BaHMe, M3BECTHOE Kak cuHapoM [latay. ¥ nereii ¢ 3Tum 3a001€BaHUEM HU3KAasi Macca Tejla U 4acTo
OBIBAIOT TOPOKM CEpAlla, Ae(EeKTh Pa3BUTHS MO3ra WM Jpyrue HapylieHWus 370poBbs. VX mMo3r
TMIOJIHOIIEHHO He (PYHKIIMOHUPYET, BIUIOTh JI0 TOTO, YTO HE MOXKET 00eCHeYrTh CIIOCOOHOCTh HOp-
MaJTbHO JpIath. [lomaBisomiee GOIBIIMHCTBO MajieHIeB ¢ cHHApoMoM [latay ymupaeT B repBblii
roJl ’KM3HH, Yallle BCEro — B TMIEPBbIe THU WM HEJIENH M0C/Ie pOXKICHUA. Y TeX HEeMHOTHUX, KOMY yria-
eTCsl BBIKHTD, HAOMIONAIOTCS TsKeNasi YMCTBEHHAs! OTCTAJIOCTh U IpyrHe MpoOIeMbl CO 3/10POBbEM.

JlnarHo3 oOBSCHST BCe MPOOIEMBI, C KOTOPHIMUA MbI TIBITAJIMCh, HO HE MOIJIA CIIPABUTHCS, —
a JUIsl MAJIBIIIKK, HE CIIOCOOHOM CaMOCTOSITEIbHO JIBIIIATh, OH MPEX/Ie BCErO O3HAYaJl, YTO MPOTHO3
HEYTEIIUTEIbHBIN.
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2. Képk. «Manpunk, KOTOPHIA He MepecTaBal PacTu... U APYTre UCTOPUU TIPO TEHHI U JTIONE»

TpyaHo npuHOCUTH AypHBbIe BecTd. [loTpsicenue u cKopOb, KOTOpPbIE TIEPEKUBAIOT POIUTEINH,
TMIOJTyYMB TaKOE M3BECTHE O CBOEM peOeHKe, ITYOOKH U HEBBIHOCHMBI /17151 TIPUCYTCTBYIOIIMX C HUMHU
B 0f1HO¥M KOoMHaTe. OCOOEHHO TSKENO MPUXOAUTCS TOMY, KTO BBIHYKIEH COOOIIUTH 3TY BECTh, OTUA-
CTH M3-32 HEBO3MOKHOCTH OT/IENIAThCSI OT OIIYIIEHMS], YTO 3TO OH — BUHOBHUK UX ropsi. lHoraa Bel
ycrieBaeTe y3HaTh U MOT0OUTS JTI0Jel, KOTOPBIM ceiyac MpuiuHsieTe 00JIb, HO, Jake KOraa pevb uaeT
O TeX, KOO Bbl BIIEPBbIE BUIUTE. .. TO HEMPOCTO.

[Touemy ke TOT cityyail TOJKHYJI MEHsI Ha MyTh 3aHSTUN F'€HETUKOM, a He OTBPATUJ OT Hero?
['maBHBIM 06pa3om, s IyMaio, MeHsl BAOXHOBIJI 1oaxoa AHHBL. [TpsiMoTa 1 yBepeHHOCTh B HEW ypaB-
HOBEIIMBAIUCH TETUIOTOM M TaKTUYHOCTHIO. OHA OOBSICHWIIA, YTO TAKOE XPOMOCOMA, YTO 3HAYUT
MMETh JIMIIHIO XPOMOCOMY M 4TO 3TO CYJIUT Majbiike. OJUH U3 poauTesield CIpOCHIl, MOXHO JIM
UCIIPaBUTD TIPOOJIEMY, yIAIUB JIMIIHIOKN 13-10 XpoMocoMy. AHHA TepHeIUBO pa3bsCHUIIA, YTO MPO-
O1eMa KpoeTcsl B KakJI0W KJIeTKe OpraHu3ma peOeHKa, 4To Tak ObLJIO C CAaMOTo 3a4aTus U YCTPAHUTh
3TO COBEpILIEHHO HEeBO3MOXHO. OHa ciymiasa, Koraa Hago ObLIo CIIylaTh, ¥ TOBOPUJIA, KOrJa HA/I0
Ob110 ToBOpHUTH. OHA MOHMMAJIA JTIOOOBb POIUTENEH K JoUepy U 60JIb, KOTOPYIO OHU TiepeskuBain. Ho
HE TI0JjaBajia JIOXKHBIX HaJiexa. B ToT neHb AHHA MPOJEMOHCTPUPOBAJIA MHE, KaK HAUIC)KUT BECTH
ce0s1 Bpauy B POCTPAHCTBE, I7Ie TIEPECEKAIOTCsl HOBEIIast HayKa U UCTUHHAST YeJIOBEUHOCTb.

BHyTpH Hac — nienasi BcesieHHasi. BMecTo rutaHeTapHBIX CUCTEM B HEll KJIETKH, BMECTO 3BE3/1 —
KJIETOYHBIE SIIPa, & BMECTO TJIAHET, CITyTHUKOB, KOMET U aCTEPOU/IOB — MeJIbYaiIliie BHYTPUKJIETOY-
HbIe CTPYKTYpHI. [ eHeTHKa — rpaBuUTAalNs, CKPEIUISIONIast 3Ty BCEJICHHYIO.

Lenp Moel KHUTHM — MOKa3aTh TYMaHUCTUYECKOE HAYallo B TEHETHKE YesIOBeKa Ha MpUMepax
WCTOPHI TeX, B Ubel ’KM3HU OHA ChIrpajia 0co00 BaXHYIO posib. Eciu Bac nHTEepecyeT Hayka, CMeJio
YHUTaWTe JaJibliie: TeHeTHKa Ha JaHHBI MOMEHT camasi yBJeKaTeslbHasl U3 COBPEMEHHBIX HayK, U Ha
CTpPaHMIIAX TOM KHUTH BaC kT HEMAJIO HAYUHBIX CBEJCHHM.

OpnHako MCcTOpUs TEHETHKH YeJloBeKa — TO B MEPBYIO ouepenb uenogeueckast ucropusi. OHa
CKJIA/IBIBAETCS U3 UCTOPUI JTIOJIEH, Ha ’KMU3Hb KOTOPBIX BJIMSIET FEHETHKA, — HA CAaMOM JieJie, KOHEYHO,
OHA BJIMSIET Ha BCEX, HO Ha HEKOTOPHIX CKa3biBaeTcs Oosiee 3aMeTHO U Oojiee JKeCTOKO, YyeM Ha
BCEX MPOUYUX. DTO UCTOPUSI TOM MAIIBIIIKUA, OOPEUYEHHOW C CAMOrO MOMEHTA 3a4yarusi. ITO UCTOPUS
MCCIIeIOBATENIbHUIIBI, KOTOpasi B CBOEH JJabopaTopuu B3IVIsIHY/Ia B MUKPOCKOIT ¥ TIPOYHTAIIA CYAbOY
J€BOYKH, 3aMMCAHHYIO S3bIKOM KJIETOK. DTO UCTOPUs. AHHBI — U MOsI COOCTBEHHasl. DTO UCTOPUS
JoJe, KOTOpble BIEPBbIE Y3HAIM, YTO TAKOE XpPOMOCOMA M KaKOe OHA MOXET UMETh OTHOIIEHUE K
60se3Hu.

W moxet ObITh, B TIEPBYIO OUYEPE/Ib ITO UCTOPUSI MOJIOIBIX POAUTENIEH, YOUTBIX TOpeM, HO BOOPY-
’KEHHBIX 3HAHUEM W IOHUMAaHHEM, KOTOpbIE 1T UM BO3MOXHOCTh CMOTpPETDb B OyyIiee.
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3. Képk. «Maiburk, KOTOpBII HE NIepecTaBajl PacTy. .. U APYrue UCTOPUM TIPO TeHbl U JIOACH»

1
IIpoire, yem Kakercs

B uznoorcenuu npogpeccopa Képka eenemurxa — asmo npocmo, kax A, 1,
I, T
IIIEUMAC KEPK?

Mo gpyr u kosuiera CtuB Yutepc, caM I€HETHK, HEPEIKO OT3bIBAETCA O JHOAAX Tak: «Y
HEro MO3r' pa3MepoM C LeyI0 TUIaHeTy». MHorue 1yMaloT, 4To i1l IOHUMaHUsl TeHETUKU HYKEeH
BECbMa BHYUIMTEJIbHBIN Yepern. JTa AUCLMILIMHA CUUTAETCS MyAPEHOH. .. U COBEpIlIeHHO 3ps. ['eHe-
THUKE MPUCYILA YIUBUTEIbHAS ICHOCTh. EC/IM K OKOHYaHUIO CTapIIMX KJIACCOB Bbl JOCTATOUHO XOPOLLIO
MOMHHTE MAaTeMaTUKy Ha YPOBHE HAUAJIbHBIX, ¥ Bac He Oy/leT HUKAKUX TPYAHOCTEN C IOHUMaHUEM
a30B F€HETUKM.

[Touemy MeauIIMHCKAas TEHETUKA CUMTAETCS TPYJHOI HayKoii ? Bo3MOkHO, BCEro JIUIlb IOTOMY,
YTO B HEW 3aJIeiCTBOBAHO MHOXECTBO J€Tajleld — THICSYM BCEBO3MOKHBIX PACCTPOWCTB 3[I0POBbSI,
Pa3IMYAIOIIUXCS 10 CTETIeH! TSKECTH, TIPUYEM MHOTHE W3 HUX KOMOMHHUPYIOTCS JIPYT C IPYrOM.
UtoObl Kak crietyeT pa3oupaThcsl B HACIEICTBEHHBIX 3a00JIeBaHUSIX, HY’)KHO UMETh HEKOTOpbIE TpeI-
CTaBJICHUS O TOM, KaK padOTaeT KJIeTKa, 1 3/IeCh TOXe OUeHb MHOTO TOHKOCTEH. DTO OrpOMHBIA Mac-
cuB UH(POPMALIUH, OJHAKO KaK/IBIH €€ IEMEHT B OTACJbHOCTU AOCTYIEH AJIsl MOHUMaHHUS JTI000MY
YEJIOBEKY.

Bot nokazarenscTBO: eBa JiM He caMoe BaKHOE B TeHETHKe — 3T cBsa3b Mexay JJHK u Gen-
Kamu. OHO HAIIOMUHAET COOTHOIIEHUE MEXIy OYKBaMH M CJIOBAMH, HO YCHIPOEHO 20pa300o npouse.
DaKThl TAKOBBI.

Benku 06pa3yloT OCHOBHOM «MaTepuas» OpraHu3Ma — OHH SIBJISIIOTCS CTPOMTENIBHBIMHU KHUP-
MMYaMH KJIETOK M MEXKJIETOYHOTO MPOCTpaHCTBA. Besikmid pa3, Korja BaiieMy opraHusmy Tpeoy-
eTCsl BBITIOJIHUTH KaKylo-TO padoTy, OH mopyyaeT ee Oesikam. Eciy Obl BalmM KJieTKaM MOHa1001-
JIOCh CKOHCTPYUPOBATh MAILIHY, BCE €€ MEXaHUUYECKUE U EKTPUUECKIE KOMIIOHEHThI COCTOSUIN Obl
u3 OEJKOB, KaK M rapax, B KOTOPBIA BBl €€ MOCTaBUTEe, — AEJI0 HE OrPaHUYMBAETCS MOABHKHBIMU
yacTsamMu. CaMu ke OEJIKH COCTOSAT U3 AMUHOKHUCIIOT.

JTHK — mornekyna®, kotopast copepxut nHpopMarmio. dta nHGopMaIus 3anucana andapu-
TOM, COCTOSIIINM JIMIIb U3 YeThipex OykB: A, I, I', T. OHr 0003HA4YaI0T a30TUCTBIE OCHOBAHUS (aje-
HUH, UIUTO3UH, 'YaHUH U TU3UH COOTBETCTBEHHO); 3TO BaKHbIE COCTABJIAIOIINE HYKJIEOTUOB, XUMU-
yeckux «kupnuuukos» [JHK. B oimmane ot A3bIKOB, Ha KOTOPBIX MbI TOBOpUM, AA3bIK JJHK conepxut
Bcero 21 cnoBo*. Kaxjoe U3 3TUX CJIOB 3alUCBIBACTCS] TPeMsl HYKJICOTHUIAMHU — 3TO TPUIUIECTHBIH

2 BO3MOKHO, MOl ChIH HE COBCEM GecIpUCTPACTHBIN KPUTHK. — 30ech U daee NPUMEUaHUst a8mopd, ecau He YKA3aHo UHoe.

3 Eem y Bac XBaTaeT TepIieHUs TIOCTHraTh XUMUIECKIe IONPOOHOCTH, TO BOT OHU. UeThIpe a30TUCTHIX OCHOBAHW S, BXOASIINE B
cocra [IHK, — 310 anenuH, nuto3uH, ryanud u TumuH (A, L, I, T). IHK — cokparienne oT «Ie30KCHPHOOHYKJICHHOBAS KUCIIOTa».
Kaxmoe ocHoBanme JHK nmeer mi6o oguHouHOE yrieponHoe kombiio (LI, T), mu6o nBoitHoe (A, I') v mpricoenrHeHo K MOJeKyie
caxapa Je30KCUPHO03HI U K OCTAaTKY (POCOPHOIT KICIIOTHL; TPYIIa «OCHOBAHHUE + caxap + OCTaToK (pocOpHOI KUCITIOThI» Ha3hIBACTCS
HyKJIeoTHI0M. HyKIIeoTH b1 coeIMHEHBI MesX/Ty COOOM B [UTMHHYIO LIETIOUKY 32 CYET CBSA3U MEK/IY CaxapoM OIHOTo HyKJieoTusa ¢ ¢oc-
¢arom JIpyroro; 3HaMeHHTasl IBOWHAS CIIUPAb 00pa3yeTcs, KOrjua KoJiblla OCHOBAaHUN MPUTATUBAIOTCS IPYT K JAPYrY BOJOPOIHBIMU
csi3ami. L mpursiruBaetcs k I Tpems cBsizsamu, A k T — IByms, II09TOMY B MeCTaXx, Iie MHOTO ITUTO3MHA M TYaHWHA, IBOMHAS CITPAITh
IUIOTHEE U ee TpyJHee pa3ienuTh. Ele oqHO BakHOE OCHOBaHUE, ypall, 3ameHseT THMUH B PHK — prGoHykIenHOBO# KHUCTIOTE,
y KOTOPOI HEMHOTO JPYroOil caXxapHbIil OCTOB. 3BYUUT MYIpPEHO, HO 3TO Beero Jimib aetamu. «[JHK — Monekyna, koTopast conepxut
rHpopManmo. IT1a MHpOpPMAIHS 3arrcaHa ajipaBUTOM, COCTOSIIIAM JIMIIIb U3 YeThipeX OykB: A, LI, I', T» — BOT onpenernenue, 1octa-
TOYHO TOYHO OTPaKaIoIIee CyTh.

* Jlagwo, stoT BOIIPOC uymb-uynte CIoXxHee. IIpeke Bcero OTMETHM, 4TO Ha CaMOM JieJie CYILIECTBYIOT 64 crioco0a 3anucarhb TOT
Ha6op u3 21 cioBa (4 BapuaHTa repBoy OyKBbI IOMHOKKTB Ha 4 BapraHTa BTOPO M IOMHOXHTD Ha 4 TpeTbeil). 3HAUMT, OOJIBIIMHCTBO
CJIOB 00J1a/IAI0T AJIbTEPHATUBHBIMYI BapUaHTAMH HAIIMCAHUSI, KaK eCJIM Obl MBI ITHCAJIM MOIIEPEMEHHO TO 3y6, TO 3yn. [{is NeBATH amMu-
HOKHCJIOT UMeeTCs 110 Ba BO3MOkHBIX Kozia JTHK, 17151 BocbMHU — 10 yeTbipe, AJ1s1 OTHOM aMUHOKHCIIOTHI — TPH, a U151 CAMOI MaJIeHbKOM
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3. Képk. «Maiburk, KOTOpBII HE NIepecTaBajl PacTy. .. U APYrue UCTOPUM TIPO TeHbl U JIOACH»

kof. s Bamero cobeceTHrKa mocieioBaTebHOCTh OykB AI'A 03HauaeT yTBepIUTEIbHOE MEKI0-
Metue, ogHako Ha s3bike JIHK nocnepoBarenbHocTs AI'A 03HaYaeT aMMHOKUCIIOTY apriHuH. B aTom
SI3BIKE UMEI0TCSI 0003HaYeHU I 17151 200 aMUHOKHCIIOT, a 21- CJI0BO 03HavaeT «cTomn». ['eH — 3T0 oTpe-
3ok JIHK, kopupyrommumii onpeeeHHblid 0eI0K, TO eCTh MOCIeA0BaTeIbHOCTh TPHUILJIETOB, KOTOPHIS
KoMaHAy1oT: «Ciofia MOCTaBUTh TUCTUIMH. 3aTeM ITIMLKH. 3ateM NpoiauH. OTINYHO, a TeNephb CTOI.

Hyxksieotuabl MOXHO MpecTaBUTh ceOe Kak OyKBbl, AMUHOKHCIIOTHI — KaK CJIOBA, 3alFICAaHHBIE
MMM, a TeHbl — Kak npemioxkenus. Kaxngoe npeanoxkeHne oObsCHSET, KaK CUHTE3UPOBATh TOT WJIH
MHOM OeNloK, a kaxaas monekyaa JJHK copepkuT MHOTO Takux MpeiokeHnid. TO MHCTPYKIIMS 110
MOCTPOMKE YacTel OpraHu3ma.

Bor ona — (pyHnameHTasIbHas OCHOBA T€HETUKHU. DTO KyJa MPOLIE, YeM HABBIK UTEHMS, KOTO-
POMY MBI YYUM IIECTUIIETHUX AeTel. boree Toro, HeT HeOOXOMMMOCTH MO-HACTOSIIEMY YYUTh STOT
SI3BIK — JOCTATOYHO 3HATh, YTO ITOT SI3bIK B IIPUHIIMIIE Cyujecmayent, U IOHUMaTh, KAK OH YCTPOEH.
[TpopabGotaB B oOnacTu reHeTHKH cBbiie 20 JeT, s TOMHIO Hau3yCTh JIMIIb TPU-YEThIpe CJIOBA U3
3TOro Kona. OcTanbHble MOKHO MPU HEOOXOIMMOCTH IMMOCMOTPETh B TaOIuIIe.

B renetuke HeT MOHATHUI CJIOKHEE, YEM T€, C KOTOPHIMU Bbl TOJIBKO UTO [MO3HAKOMMIIUCH, TEM
OoJiee ecyii OHU BaM yxke ObLTH 3HAKOMBI. OCTaIbHOE — BCErO JIMIIb JCTaIH.

K cyacTtblo, reHeTHKa He TOJIbKO MPOCTa, HO U YBJIeKaTebHa. Bo3bMeM, Harpumep, X pOMOCOMBI.

XpomocoMbl — MaTepuasibHasi popma, kotopyio Hama JJHK npuHumaer BHYTpHU KJIETOK, —
BOMCTHHY YIUBUTENIbHbIE CTPYKTYpbl. CKOpee BCEro, Bbl yke€ BUIEIHN UX Ha KAPTUHKAX, HO HA BCAKUI
cllydail BOT IIpUMep.

AMUHOKMCJIOTBI — JIEHIIMHA — LIeJIbIX IeCTb. TOJIBKO BE AMUHOKHUCIIOTBI — METUOHHH U TPUNTO(DaH — 0OJIAIal0T YHUKAIbHBIM HaIMCa-
nreMm B JJHK. Tpems criocobamu o6o3Havaercst «cton» — TAA, TAT u TI'A. Kom6unanwmst ATIT kogupyeT METHOHHH, HO Takxke U
KOMaHJly «HayaTb». AMUHOKHCJIOTA LIMCTEUH COIEPXKUT CEPY, HO B CEJIEHOLMCTEMHE Cepa 3aMellieHa cesieHoM. Eciim ceniena B loctatke
(T. €. BBl HE HCITBITBIBAETE €ro AeuuTa), To TpUIeT TI'A MoXeT 03HavaTh «Clofa CEJEHOLUCTENH», & HE «CTOI». Y YelloBeKa OKOJIO
50 6eKoB, coziepKaIX CEJIEHOLMCTENH, — 3TO MaJlasi, HO BaxkHas JIo/1d B opranusme. CeleHOIMCTerH ObUT OOHApykeH b B 1970-
€ IT., HAMHOT'O T103Ke JPyruX aMHUHOKUCIOT. Ero nepoorkpeiBatenbuiia — 6noxumuk u3 CIIA Tpecca HItagrmen.OnHako, 4eCcTHO
rOBOp#, BCE BBILIECKA3aHHOE TOKE JETaIU. B CMBICIIOBOM OTHOIIEHMH OHM MaJIO UTO J0OABIAIOT K TEKCTY IUI. 1.
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10 0cOOESHHO YAAYHBIA TIpUMeEp Habopa XpOMOCOM — BeJib OHU MoH. OIHUM M3 HEOUYEeBH/I-
HBIX TUTIOCOB U3yUYCHHS TeHETHUKH B IPEKHUE BpeMeHa ObllTa BO3MOKHOCTh UCIIOb30BaTh B KAUueCTBe
TrperapaTa Jijisl UCCIIe/IOBaHUN COOCTBEHHBIE XPOMOCOMBI, & KTO OTKaXeTCSI OT TAKOH BO3MOKHOCTH?
Terephb CTymeHTaM 3TOro He pa3pelialT U3 ONAaCeHUH, YTO OHU MOTYT OOHAPYKHUTh YTO-HUOY/Ib JIJIS
ce0s1 HexenarenpbHOe. JKayb. B cozeprianum cOOCTBEHHOTO reHOMa 4epe3 MHKPOCKOI eCTh HEuTO
Ype3BhIUAHO OTpagHOe. MHe KaXeTcsl, 3TO HEMHOTO HAllOMHHAET IPOCMOTP BHUJICO3AIUCH PabOThI
COOCTBEHHOTO CepIlia TOCIIe OTiepariy, IPUIeM pajii CheMOK He HY)KHO BCKPBIBATh I'PYIHYIO KJIETKY.

['eHOM — COBOKYIHOCTb T€HETHUYECKOW HMH(MOpPMAIMM OpraHu3Ma, U OH MMeeTCs y BCEro
’KMBOTO — Yy BacC, Y MEHs, Y CJIU3HS, y CHHETO KUTA, CAJIATHBIX JIMCTHEB, KOTOPBIE BHI €JTH 32 00e/IOM, Y
MUKPOOOB ITOJ] HOTTAMH OOCTYKMBAIOIIEro Bac opurranta’. [ eHOMBI eCTh y OaKTepui, eCTh y IMPo-
TUCTOB U I'PUOOB; €CTh OHU U 'y BUPYCOB. 1 y Bcex, HaunMHast OT OaKTepHid U BHIITIE, TEHOM YIIOPSI0YeH
B BHJe XpoMocoM. [1o Kom4ecTBy XpOMOCOM CYIIECTBYET OrPOMHBIA MEXBHIOBOU pa30Opoc, U HET
YETKOU CBSI3U MEXK/Iy TeM, HACKOJIBKO CJIOKHO YCTPOEH OPraHu3M, M TeM, CKOJIBKO Y HETO XPOMOCOM.
VY GakTepuii, Kak M3BECTHO, BCETO OJIHA MJIM JIBE XPOMOCOMBI, HEOOJbIINE, KOJIbIIEBON (hopMbL. ¥V
CaMIIOB YePHOTO MY PaBbsi-0yJIbIora — CYITIeCTB Topa3zio Oojiee CII0KHO OPraHM30BaHHbIX, YeM OaKTe-
p¥H, — TOXe JIMIIbL OTHA XpoMocoMa. A 'y 6a00uKu-ronyOsHKY Bua Polyommatus atlantica — 1ieeIx
450 xpomocom!

XPpOMOCOMBI, KOTOpble Bbl BHIWTE Ha KapTUHKE, 3alledaTiieHbl B BechbMa CrielupuIecKuid
MOMEHT CBOETO CYIIeCTBOBAHUS, a UMEHHO B TIpOIlecce JIeIeHUs KJIeTKH, KOTra UX M3ydarh Jierde
Bcero. XpoMOCOMBI YIUIOTHEHBI M JIETKO pa3/IMUMMBI KaK OTJeJIbHbIC CTPYKTYpHBI. Y Jioel (Kak rmpa-
BWIIO) 23 mapel xpoMocoM. OHM TpeCTaBisioT coO0ol 46 nmuHHBIX TOHKMX HuTed [JHK oOmeit
MPOTSKEHHOCTBIO OKOJIO 2 M, M TakoW HaOOp MMeeTcs B KaXJIOW M3 TPWUIMOHOB KJIETOK BAIllero
oprann3ma. MoxeT MoKa3aThCs, 9YT0 2 M — 9TO HEMHOT'O, HO BCIIOMHHM, YTO B CPEJTHEM pa3mep KJie-
TOYHOTO spa, KoTopoe coaepkut noutu Bcio JIHK kireTku, Bcero mecrTb MuaauoHHbIx A0JICH MeTpa

> Dy-y-y!
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2. Képk. «Manpunk, KOTOPHIA He MepecTaBal PacTu... U APYTre UCTOPUU TIPO TEHHI U JTIONE»

B noniepevynuke. Eciu Ol s11po ObII0 pa3MepoM ¢ Ballly roctuHyio, a JJHK Obuta BepeBKkoid, T y Bac
B TOCTHHOM OKa3aiock Ol 0koj1o 1000 KM BepeBKHU — IOCTATOYHO, YTOOBI IPOTSAHYTH OT JIOHIOHA 10
bepmuna wim or Can-®pannucko ao [Noptienaa.

Bonblnyio yacTh BpeMeHHU 3Ta BepeBKa He cOOpaHa B KOMITaKTHbIE MOTKH, KOTOPBIE BBl BUJHUTE
Ha PUCYHKE. DTO TOHKas MayTHUHKA, KOTOpask BbETCS, IPOHU3bIBASA S/1pO, IPUYEM HE Kak IOIajo, a
YIOPSIZIOYEHHO: OHA OOEpHYyTa BOKPYT OEJIKOB, Ha3bIBAIOIIUXCS TUcTOHamMu. Takoe coderanue [JHK
1 OeJTKa Ha3bIBAETCS] XPOMATUHOM M CITY)KUT OCHOBOM JKM3HU.

IHK, kak u3BecTHO, HeceT uHpopmarmio 06 opranu3me. OHa niepeiaeT ee uepe3 MOKOICHUS
u yepes Beka. Bama [THK — pe3ysbTaT HenpepbIBHON 1IEOYKH COOBITHIA, KOTOPAst AJTUTCS YKe MIJI-
mvapapl Jet. OHa KonupyeTcsl pa3 3a pa3oM, HEYJIOBUMO U3MEHSSICh B XOJIE TOr0 Mpoliecca, HayaB-
LIErocs C MEPBbIX NPUMUTHUBHBIX KUBBIX CYIIECTB, KOTOPble BO3HUKJIM B KAKOM-TO TEIJIOM, MeJ-
KOBOIHOM, J1aBHO 3a0biToM Mope. JTHK mporia yepe3 MHOXKECTBO pa3HOOOpa3HbIX (hOpM — uepes
MJIEKOIMTAIOIINX, YEPE3 MPEJKOB YEJIOBEKa, YePEe3 BCIO UCTOPHUIO YEJIOBEUYECTBA — BIUIOTH JIO BAILIETO
3a4aTHsi U HeceT B cebe MaMsATh O JIOJTOM ITyTeleCTBUU. Mbl MOXEM UYTO-TO 3a0bITh, HO TEHBI TIOM-
HSIT BCe.

Ecnu BbI Kakoe-To Bpemsi mopadoTaeTe B 00J1aCTH TeHETUKH, KaXJasi XpoMocoMa sl Bac Mpu-
oOpeTeT CBOUM 0COOBII XapaKTep — He TO YTOOBI JINYHOCTh, HO HEKWIl HA0Op acCOIMAIViA, KOTOpbIe
MIPUXOJAT HA YM, KOIJIa KTO-TO YIIOMMHAET TY WK MHYIO XpPOMOCOMY. ¥ TIepBOM €CTh CBETJIBIN yya-
CTOK BBEPXY — €I'0 XOPOILIO BUAHO HA WLTIOCTPALIMU. YJAJIUTE ITOT yYacTOK Yy OTHOM U3 JIBYX KOMUI
MIPY 32YaTUH, U TIOMYYUTCS peOSHOK C YMCTBEHHOM OTCTAJIOCTBIO M XapaKTEPHON BHEITHOCTBIO: TTy-
OOKO MOCaKeHHBIMU IJ1a3aMHU U HU3KO PaCIONOXKEeHHBIMH yiiamu. Ha 7-if XxpoMocoMe pacnonoxeH
r'eH MyKOBHCIIMJI034, 32 OTKPBITHE KOTOPOTro, a TaKke HayYHOe IPU3HAHUE U Harpa/ipl Bejach HaCTo-
smas ronka (modeauresem crai Jlan-Yu Lyit®, kanaackuii reHeTUK KUTACKOTO MTPOUCXOKICHUS, Ha
TOT MOMeHT padoTapmuii B Toponto). Ha 17-i MmoxHO oTbickaTh BRCA I — OVH U3 TEHOB, CBSI3aHHBIX
C pakoOM MOJIOYHOM skesie3bl. Mictopust oxoTsl 32 BRCA I He CTOMNb OJIaroCTHA, U €€ MOCTIeICTBUS BCe
elle ayKaloTcsi B CyA€OHBIX MPOIeccax MO UHTEJIEKTYaJIbHBIM ITPaBaM U MATeHTaM, a TaKkKe B JKU3HU
mmoziei. 15-s xpoMocoma cBsizana ¢ cuHapoMom Ilpanepa — Buim v cunapomomM AHresibMaHa, IByMsI
COBEPIIEHHO PA3IMYHBIMU 3200JIeBAHUSIMH, HABCET/a CLETIJIEHHBIMU BMECTE, CJIOBHO CTPaHHas Iapa
B TaHle. B 4eroBeueckoM reHoMe eCTb yYacTKHM, IJie TeHbl TOMHSAT, OT KaKoro U3 poAuTeliell OHU
YHACJIeJOBaHbl, 1 BKJIIOYAIOTCS WM BBIKJTIOYAIOTCS COOTBETCTBEHHO. O/IMH TAaKOHM YYacTOK HAXOOUTCS
Kak pas3 Ha 15-i1 xpomocome. Xpomocomsl 13, 14, 15, 21 u 22 — akpoLEHTpUUYECKHUE: UX NEPETSIKKA
pacronokeHa He ocepeIMHe, a MOYTH BIUIOTHYIO K OHOMY U3 KOHLIOB. VIHOr1a OHU CIIMBAIOTCS APYT
C APYroM 3THUMHU KOHIIAMH — ITPOUCXOIUT TaK Ha3biBaeMasi pOOEPTCOHOBCKasl TPAHCIIOKAIHS. Y -Xpo-
MOCOMa — YMHUPpaollasi, CBOero poja MycTollb, YCesIHHasl TPylamMH CIIOMaHHbIX IreHoB. B ee cyiue-
CTBOBAHMHM MPAKTHMUYECKH HET CMBICTIA, OTHAKO OHA BCE elle OapaxTaercs.

XPOMOCOMHBIN aHAJIN3, WIA KapUOTUIIMPOBAaHUE, CTaJ NEPBBIM BUAOM I€HETUUECKOrO aHa-
u3a. Jlo KapuoTUNMPOBaHUSI CYyLIECTBOBAJIM JPyrie MEAULIMHCKHIE aHAJI3bI, [IO3BOJISIBLLIME BbISIBUTD
HACJIe/ICTBEHHbIE 3200J1€BaHM s, HAIIPUMEP HCCIEJOBAaHUE O] MUKPOCKOIIOM TOHKOTO CJIOSI KPOBH
IJIs1 AUArHOCTUKY CEPIIOBUIHO-KJIETOUHON aHeMuu. Ho 3To ObLT MepBbIi uucmo reHeTUIecKui aHa-
3. Bonee Toro, 3T0 ObLT IEPBBI U I0TOE BPEMsl €AMHCTBEHHBIN 2eHOMHbIL AHAIU3 — UCCIIEJOBAHNE
BCEIl COBOKYITHOCTH T€HOMa OT/IEJIbHOTO YeJIOBEKA, MO3BOJISAIOIIEE BbISIBUTh BCE OTKJIIOHEHUS OHUM
MaxoMm. ITO, TaK CKa3aThb, 0030p C BBICOTHI NTUYHETO MOJIETa, KOTOPOMY, TI0 COBPEMEHHBIM MEpKaM,
HEJIOCTaeT TOYHOCTH, HO OH BbIJIEPKaJ UCTIBITAHVE BPEMEHEM U B HAILIM JIHU BCE €I1e UCIIONb3YeTCs.

® 310 Grina OXecTOUCHHAs MEXKIyHAPOIHAS TOHKA 3a TepBeHcTBo. Jlan-Yu Llyii pa6otan B TOPOHTO, COTPYIHIYAS CPEIH TIPO-
ynx ¢ Ppancucom Kommnazom n3 CIHA. CoemectHo ¢ Pycnanom doppmanom Llyit omyGmrikoBan crathio «['eH MyKoBHCHIMIO3a:
€ TOYKH 3peHus MonekyisipHoit renetukn» (‘The Cystic Fibrosis Gene: a molecular genetic perspective’), Iie ONUCBIBAETCS OTKPBI-
THE TeHa U NPUBOAUTCS HEMAJIO MOAPOOHOCTEN ero CTPOeHus, — B 00IIeM, «Bce, YTo Bbl xoTesu 3Hath o reHe CFTR, Ho Gosuch
cripocuth». CTaThst HEMHOTO CIELMAIBHOTO XapaKTepa, HO eC/IM BaM MHTEPECHO, OHA HAXOOMUTCS B OTKPBHITOM JIOCTYHE IO aJpecy:

www.ncbi.nlm.nih.gov/pmc/articles/PMC3552342/.
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Mens Bcerjia 3aHUMAaJO, KaK 4eJIOBEUECKUI OMNBIT HAJACTPAUBAETCSl HAJl HOBOW TeXHOJIOTHEN.
Bo3sbmewm, Hanpumep, aBuarmio. Ensa mm He cpasy mocie n300peTeHus yIpaBisieMoro rnojera B aBua-
1K chOPMUPOBATUCH COOCTBEHHBIE TPOITUCHBIE UCTHUHBI: «aBHAIMsl, HABUTAIIMsI, KOMMYHUKAIS» '
«OBbIBAIOT CTAapbIe JIETUNKH, OBIBAIOT JIMXUE JIETYNKH, HO HE OBIBAET CTAPBIX JIMXHX JIETYMKOB» ; «CAMbIE
Oecriosyie3Hble BEIIU /711 MAJIOTAa — BHICOTA HAJl CAMOJIETOM M B3JIETHO-TIOCAI0YHAS TIOJIOCA TTO3a 1.

To e MPOUCXOIUT C LIUTOTEHETHUKON (M3y4EeHHMEM XPOMOCOM) U JaXKe C HOBEUIIMMU T€HETH-
YeCKUMU TeXHONMOrusiMH. CyIeCTBYIOT U3BECTHBIE JIOBYIITKH /17151 HOBUYKOB. «MBI Tak Bcerja easm
(1 y Hac Bcerja nojry4yasnoch, Tak 3a4eM YTO-TO MeHATh?)». U Xx0oTs 3Ta 001acTh HayKu MOJIOAa, B Hel
€CTh CBOM TPAJHLIUH.

OnHa U3 COCTABJIAIOIIMX TAKOM TpaaulMM — Ha3BaHUS Te€X WM MHBIX 4YacTel XPOMOCOM.
[MocMmoTpuTe Ha KapTUHKY, U BBl YBUAUTE, YTO Y HEKOTOPHIX U3 HUX B OIPEAEICHHOM MeCTe €CTh
nepeTsbkKa. JTo IEHTpoMepa — CTPYKTYpa, (PUKCHPYIOINAsl M HAMPABJIAIOIIasi XpOMOCOMY BO BpeMsI
KJIETOYHOTO JesieHusi. OHa HUKOT/a He pacnoyiaraeTcsi CTPOro Mo HEeHTPY XPOMOCOMBI, a ClieJoBa-
TEJIbHO, JISJTUT €€ Ha KOPOTKOE TUIEUO U JUIMHHOE TUIEY0, KOTOpble 0003HAYAIOTCS, COOTBETCTBEHHO,
OyKBaMH p 1 q.

[Mouemy nmenno p u q? B 1966 r., Ha 3ape kapuoTunupoBaHusi, B Unkaro Obljia co3BaHa KOH-
dbepentms® st 00CyKIeHUsI CTAaHAAPTU3AIMY B OMTUCAHUU XpoMOcoM. [1oCcTaHOBHIIH, UTO KOPOTKOE
iedo OyzeT 0003HauaThCsi OyKBOW p — OT (PPAHITY3CKOTO petit «MaJleHbKHil». QOOCyKIacs BapuaHT
0003HaueHus1 OYKBOM S — OT aHIJIMIACKOTO $hort «<KOPOTKHUil», HO (ppaHITy3CKHA IMTOreHeTHK JKepom
Jlex€H siBHO 00Mafa Japom yoexkIeHus. A BO3MOKHO, 9TO OblTa TAKTHUYECKAasl YCTYIKA CO CTOPOHBI
TeX, KTO XOTeJI OCTaBUTh Ha3BaHME JJTMHHOTO Tuieya 3a COOOM.

K Tomy BpemeHu, Koraa HacueT p ylaioch JOTOBOPUTHCS, ke OTM3MIIach HOUb. AHIJIOTOBOPSI-
e YYaCTHUKY KOH(pEpEeHIIUH JJ0OOMPOBAIU B KauecTBe 0OO3HAUEHHM S TTMHHOTO Ijieya OykBy | (OT
long «AMMHHBIN» ), HO M YKa3aJId, 4TO €€ TPYJHO OTIMYUTh OT 1upsl 1. HUKTO He XoTen oTaaBaTh
(paniy3am oba miaeya, Tak 4TO 0OCYXkJICHHUE 3allJI0 B TYMUK. BBIXON HaIle  aHITUHACKUNA TeHETHK
Jlaiionen I[eHpoy3, MpeIokUBIINI OYKBY ( — IIOTOMY, YTO OHA HE JIaeT MPUBWIETHI KAaKOMY-JTHOO
OIPE/ICNIEHHOMY SI3bIKY, & TaKXKe TIOTOMY, YTO B IPYTrOM OOJIACTH FEeHETUKH CYIIECTBYET 3HAMEHUTOE
ypaBHeHue p + q = 1° 1 110 aHAJIOruK TUIEYO P U TIeUo g OYIyT COCTaBIATH Leylo XxpoMmocomy. Ha Tot
MOMEHT, [T0-BUIMMOMY, BCEM YK€ OCTOUYepTeia JUCKYCCHUs, U YYaCTHUKU ObUTM Pajibl BO3MOKHOCTH
YJIaIUTh CTIOP U OTIPABUTHCS CHATb.

PasrspiBas mieun XpoMOCOMBI, IIUTOTEHETUKH HAYUYMIMCh PAClO3HABaTh 3aKOHOMEPHOCTH
PaCMONOXEeHUsI CBETIIBIX U TEMHBIX MOJIOC, KOTOPbIE BO3HUKAIOT MTPY B3aUMOJICHCTBUY BEILIECTBA X PO-
MOCOMBI C KpacUTENISIMU J1JIs TIpenapaToB. Bl MokeTe YBUIETh 3TH MOJIOCKA HA MOMX XPOMOCOMAX.
MBbI yX)e paccMaTpUBIM BEPXHIOI YacTh (KOHell Tieva p) 1-i XpoMOCcOMBbI; TpUOaBbTe K STOMY TOT
(akT, yTO MEepBast XpoMocoMa — camasi KpyIHasi, U Bbl 0e301uO04YHO ee onpenenute. Terneps B3Is-
HUTE Ha 7-10 — 3TO XpOMOCOMa CPEIHEr0 pa3Mepa ¢ 3aMeTHOUM TEMHOM MOIOCOM OJTke K KOHITY IyIeda
p. Bol yxe He cniytaere 1-10 ¢ 7-i U cymeeTe OTJIMYKTh UX B Kyde Apyrux xpomocom. [Tozapasisio!
Brl HaunHaeTe ocBauBaTh MPO(ECCHI0 TUTOTEHETHKA.

7 IpaBuia 1151 IeTUYMKA B aBAPUIHON CUTYallMKU: aBUALIMsI — BHAYaJle CeaiTe Bce HEOOXOMMMOe, YTOOB! CAMOJET YAepKajcs B
BO3[yXe; HABUTALIUS — CIIEAYIOIIast 0 BaXKHOCTH 3a/1a9da — COCTOUT B TOM, UTOOBI BBIYKMCIIUTD, [/I¢ Bbl HAXOAUTECH U I MOXKHO MpH-
3eMJIMTHCST; KOMMYHHKALIMS — KaK TOJIbKO PellieHbl [Be MepBbie 33/1a4i, HEOOXOAUMO CBS3AThCs C AUCHETYEPOM U APYTMMHU BO3LYII-
HBIMHU CyIaMHU.

8 BosmokHO, B CBAI3M ¢ MTOraMu koH(pepeHIMH 1966 r. cpeay TeHEeTUKOB OBITYeT MU, YTO 3TO MPOM30NLIO Ha [Taprkckoit KOH-
¢epentmm o Borpocam HoMeHKIATypsl 1971 1. OpHako, ecm 0OpaTHThCS K MaTepuajiaM HocleJHeH, CTAHOBUTCST OYEBHIHO, UTO K
TOMY BpeMeHH 0003HaueHHsI p/q yxe yTBepauuch. ToT ke Mud rmacur, 6yaro Oyksa q ObUTa BRIOpaHa IIPOCTO KakK CIeyIomast 3a p
1o asnasury. f pacckasbIBas 3Ty HCTOPHIO CTYAEHTaM-MeIMKaM MHOTO JIET ¥ HUKOT/a He YTpyK/Jajl ceOst IpoBepKoi (haKTOB, MOKa
He B3sUICS 3a Ty KHUTY. [IprHOITY M3BUHEHNS BCeM, KOTO BBEJI B 3a0/Ty K ICHHUE.

? Peus ner o MOMYJ/ISALIMOHHON TeHeTHKe, B KOTOPOH BbIpaxkeHue p + q = 1 ykasbIBaeT Ha TO, YTO CyMMa 4acTOT BceX ajulesiedl —
BEPCUIi OTHOTO TeHa — B MOMYJIALNY J0JIKHA PABHATBCA eIUHULE. — [Ipum. Hayu. peo.
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Knaccuduxkanus xpomocom no pazmepy, ot 1-i1 10 22-it mmoc xpomocoMmbl X 1 Y (XOTsI BIO-
CJIEJICTBUM OKa3aJIoCh, UTO 21-9 Ha caMOM Jiejie HEMHOIO MeHbIIe 22-1), a TaKKe 0 HAJTUHIO TI0JI0C
1 6oJiee TOHKMX pa3rpaHMUueHUi BHYTPH MOJIOC MTO3BOJIMIIA COCTABUThH CUCTEMY aJpECOB. XpOMOCOMY
1 pa3penuu Ha yyactku 1p u 1q. Yuacrok 1p, B cBoto ouepenp, neaurcs Ha 1pl, 1p2, 1p3... uT. 1.,
TMOKa He MOy YWIMCh COBPEMEHHbIe afipeca Bpojie 1p36.33 — HoMep XpOMOCOMBI, TIEY0 XPOMOCOMBI,
nosoca (3), nmoxp-nosnoca (6), noa-noa-nojoca (3) u gaxe nog-nog-nog-nojoca (3). Yem menpue equ-
HUIIA, TeM OoJiee BHICOKOE paspeltieHue TpedyeTcst v TeM OoJIbliie Hy:KHO MPodheCCHOHAIN3MA, YTOOBI
ee pasniaaeTh. Korjga s Havaa 3aHUMAThCsl TEHETUKOW, 3TO ObUT OIMH M3 TVIABHBIX CIIOCOOOB JHa-
THOCTUPOBATh HACJIEICTBEHHOE 3a00JIeBaHMe: ONBITHBIA YUYEHBI CMOTpPET B MUKPOCKOI U 3amMevalt
HEeOOJbINOe U3MEHEHHE — Yero-TO He XBaTaeT, YTO-TO JIUIIIHEE, YTO-TO He Ha CBOEM MecTe. XOPOIIUii
[UTOTEHETHK CITIOCOOEH 3amMevarh HeOOBIYaliHO TOHKUE OTJIMYMS OT HOPMBI.

Korpma s Havyanm 3TUM 3aHUMAThCS, TO HE MOT JJaXe OTIMYUThH OJHY XPOMOCOMY OT JIPYTOW,
Be/Ib BHYTPHU KJIETKM OHHM HE BBITSHYTHI B JIMHEEUKY M HE PA3JIOKEHBI M0 TIapaM — Ha MPeJMEeTHOM
CTEKJIe OHM BBITJISIAT JISKANMMH KaK TOMAJsIo, o] BCeMU BO3MOKHBIMU YIJIAMH, 3a4acTyIO JpyT Ha
apyre. YtoOsl cTaTh KBATU(UITUPOBAHHBIM IMTOTEHETUKOM, HEOOXOIMMO KaK MUHUMYM TOJI IJIa3eTh
B MUKPOCKOIT Ha XPOMOCOMBI TTOJ] Yy TKUM PYKOBOJICTBOM CIIEIIMAJIMCTA, U TIOTPeOyeTcs ellie He OIUH
rofl, YTOOBI CTaTh HACTOAIINM IKCIIEPTOM. A KOrJa-HUOY/Ib — M BO3MOXKHO, OYeHb CKOPO — Or1arofgapsi
TEXHOJIOTMYECKOMY MTPOrpeccy Ta padoTa U STU HABBIKM OKAXKyTCS HEHYKHBIMU.

Hewmatyio posb Urpaer To, CKOJIbKO Y YeJIOBEKa X POMOCOMHOT0 Matepuasa. VI30bITOK 1 HeJlo-
CTaTOK MOJET BBI3BaTh CEPbE3HbIE TOCNIE/ICTBUS. 3a UCKIIOUCHUEM TIepeKUTKA B JIUIE Y-XPOMO-
combl, 21-51 XxpoMocoMa camasi MaJieHbKasi, ¥ TeHOB Ha Hell MeHblle Bcero. M Tem He MeHee Hajinure
Tpex Konui 2 1-if XpoMOCOMBI BMECTO JIBYX BBI3BIBAET CUH/IPOM [layHa — KOMIUIEKCHOE 3a00/IeBaHue,
ropaxaroliiee e/jBa Jid He Bce CUCTeMbl opranu3Ma. Hajmuue Tonbko oo kKonuu 2 1-i XpoMOCOMBI
BMECTO JIByX BOOOIIE JIETAJIHHO — IO/ MOTHOAET yKe Ha paHHUX CPOKaxX BhIHAIMUBaHWSA. EcTh psin
APYTUX CUHJIPOMOB, CBSI3aHHBIX C IIEJIBIMU XpoMocoMamu. Harprimep, y peOeHKa ¢ JIUITHEN Koruen
18-11 XxpoMOCOMBI BO3HUKAET cUHAPOM aBaprca'®'l. A 4ro BiiedeT 3a coO0U JUIHSAA Korus 13-i
XPOMOCOMBI, MBI Y€ 3HaeM'2.

V HBIHEITHHUX KapT XpPOMOCOM JIOJTast UCTOpUs. B xone paHHUX IUTOJOTUYECKUX MCCIIeIoBa-
HUI y4YeHble OOHAPYKWIM, YTO Y Ky3HEUMKOB MMEIOTCS TUTAHTCKUE TICPBUYHBIC TIOJIOBBIE KJIETKU
(M3 KOTOPBIX 00PA3YIOTCS JIMOO SUIEKJIETKH, JIUOO CIIEpPMAaTO30UIbl) M, COOTBETCTBEHHO, TUTAHTCKHE
XPOMOCOMBI, UTO OOJIEr4ajo WX M3yueHHe B SMOXY, KOIJa MHKPOCKOIB OBUTM MAaJIOMOIIHBIMU U
HEMPOCTHIMU B McToNb30BaHuU. K Havary XX B. yCTaHOBUJIM CBSI3b MEXKy XPOMOCOMaMH U HacJIe -
CTBEHHOCTHI0. HO JMIIb JecATuIeTHs: CycTsi 3T0 MHOrooOeIalolee Hayaio MOMyYusIo IPoaosiKe-
HHE U MOSIBUJIOCH NEPBOE TBEPIOE TOKA3ATEIbCTBO CBSI3M MEK/y XPOMOCOMAMHM M YEIOBEYECKUMHU
3aboneBanusaMu. [lo cepeauHbl XX CTONETHS He OBUIO JIa)ke U3BECTHO, CKOJIBKO XPOMOCOM Y YeJio-
Beka. CUuTanocs, 4To UX JOJKHO OBITh 48, a He 46, 1 Bce HaOogaTe/ I HACUUTHIBAIM UMEHHO 48
XPOMOCOM.

Campblii 3HAMEHUTBIA TPUMEpP OIMMOKM SKCTIEPUMEHTA, JaBIel 3aMevaTesbHble Pe3yIbTaThl, —
OTKPBITHE TIEHUIIWUTMHA AJiekcaniepom demunrom. daeMuHr, Oyaydn yxke U3BECTHBIM HCCIIEIO-
BaTesieM, 3aHUMAJICSI U3yYEHUEM 30JI0TUCTOro cTapriIoKOKKa. OH yexalsl B OTITYCK, & BEPHYBIIHCh,
oOHapykuJ1, 4To B yamky [leTpu ¢ KyabTypoil OakTepuil, OCTaBJIeHHYI0 UM B JlabopaTtopuu (3Hame-
HUTOU IIAPHBIIUM B Hel OECIOPSIKOM ), IIPOHUKJIA TUIECEHb U UTO BOKPYT KOJIOHUH TIJIeCeHH 00pa3o-

10 Bnepssie onvcaH B xypHaje «JlaHieT», B cratbe DaBapaca 1 ero coaBTopos «Hoblii cuapom Tpucomun» (Edwards, J.H. et al.
‘A New Trisomic Syndrome’). [Ipexnue BoixoaHsie aaHusie — The Lancet 1960;1:787-90, upine — The Lancet 1960; 275:787-90. Y
KypHasa «JlaHueT», OCHOBaHHOTO B 1823 r., TOBOJIbHO 3aIyTaHHAsl HCTOPYSI HyMepalMi TOMOB, KOTOpasi He pa3 MEHsJIACh.

11
IMomyunn Ha3BaHMeE B YecTh OpUTaHCKOro reHeTrka Jlxona XwuaToHa DBapyca, BlepBble onucasiiero 3abonesanue B 1960 r.
310, BEpOSITHO, TIEPBHII CITy4ail, KOrga HacleCTBeHHOe 3a00JIeBaHKe ObUIO OMICAHO IO €r0 YCTAHOBJIEHHOH BHYTPEHHEH NPUYHNHE, a
He TI0 Habopy XapaKTepHBIX MPH3HAKOB, MPHYMHBI KOTOPBIX OIMPEesIT JIUIIb TTO3JHEe.

12 Xpomocomst X 1Y B 3TOM OTHOMICHHM HETHIINYHbL — GOJIEe IOAPOGHO 06 STOM PACCKA3aHO B IaBe 4.

17



2. Képk. «Manpunk, KOTOPHIA He MepecTaBal PacTu... U APYTre UCTOPUU TIPO TEHHI U JTIONE»

BAJIUCh YYACTKH, r1e OaKTepuu OTCyTCTBOBAIU. DIeMHUHT TOOUJICS HEKOTOPBIX YCIIEXOB B MCCIIEHO-
BaHWM CBOWCTB MEHUIIMJUTMHA, B TOM YHUCJIe TIPEINPUHSIT POOKUE MOTBITKU BBIACIUTH ITO BEIIECTBO
1 pa3padoTarh Crocod ero MpuMeHeHUsl B MeULIMHE, HO PelII, 4To AeJ0, CKopee Bcero, decnep-
CIIEKTHBHOE, U 3a0pOCKJI 3TO HallpaBJieHHe MCCIeAOBaHUIA. 3a/1ady O CO3/IaHUIO JIEKApCTBa, MPH-
MEHHMMOTO Ha MPaKTUKE, MPUIIIOCh OCYIIECTBIIATh APYTUM — B TepByIo ouepeab [oBapny Pnopu
(aBcTpanuiiity) u DpHcry Yeiiny (6putanity, pogusiiemycs: B ['epmanun). [Ipudem, xots $nopu u
Yeitn pazpemm ¢ ®rnemuarom HobeneBckylo mpemuio, WX BCIIOMHHAIOT KyJa pexe, YeM CaMoro
dnemuHra.

Kazanocsk 6b1, Tao-Uny Cioii, KOTOPBIH COBEPIIII TAKOE K€ CIyYaiiHOe OTKPHITHE, OKa3aBIlee
OrpPOMHOE BJIMSIHUE Ha BCIO MEIWIMHY, U KOTOPBIA K TOMY e CyMeJl YCIIEIITHO Pa3BUTh €ro U JaTb
eMy INpUMeHeHHe, JOJKeH ObUT Obl CTaTh He MeHee 3HaMeHUT, yeM Premunr. OOUH U3 Karpus3oB
MCTOPUU HAYKU COCTOUT B TOM, UTO HE BCEX MEPBOMPOXO/IEB B PABHOW Mepe CIaBsT 3a UX BKJIAJ —
BOT TIOYEMY BbI 3HaeTe, KTo Takoi ®PrieMuHr, HO efiBa Jiu cibimany o Cioe.

I[To mpaBne roBopsi, 3TO MPUCKOPOHO, MOCKOIBbKY CIoii ObUT HE TOJBKO BEJTMKUM TIEPBOOTK PhI-
BaTeJieM B HayKe, HO M 3aMeuaTe/IbHON JTMYHOCTHIO; O HEM CTOMJIO Obl CHATH XOTs1 ObI oivH (hryibM. Ha
caiite AMEpUKaHCKOW KOH(EPEHIIMH LIUTOTEHETUKOB C TMBHBIM ajipecoM chromophile.org ectb ero
dororpadus. Ona 6buta cienana B 2000 r. B pykax y Ciost Tonbko uto yupexaenHas AKL [pemus
BBIJIAIOIIEMYCsI IIUTOTEHETHKY — HETMOHATHAsI CTeKJIsiHHAs mTyKoBUHA. Ha cHrMKe Ciofl BHIIJISAUT
noOponyIHbM crapuukoM. Ho 3a monBeka Jo Toro, Kak ObUT clesiaH STOT CHUMOK, OH ObLT MOJIOA
U OJepKUM AyxoM npukiioyeHuid. B Hauane 1950-x rr. Croii yexan u3 Kurasi, coBceM HErnoxoxero
Ha Kuraii Hailero BpeMeHu, U3y4arh TUIOJJOBbIX MYIIeK (3HaMeHUThIN Buj Drosophila melanogaster,
CTOJIb JTIOOUMBIN TeHETUKaMU, B OTJIMYME OT CaJoBOIOB) B TeXxacckoil 1abopaTtopur UCCeOBaHUS
naposocgui B Octune. Texac MHOTO yeM 3HaMeHUT. B uucie ero pocronpumedarenbHocreit Kocmu-
YeCcKUH 1IeHTp B XblocToHe, cTaguoH «Korron Boyn», muccus Anamo. Byns Mup ycrpoen pasymHee,
Texacckast Jaboparopus MicClieIoBaHusT Apo30(huIT 3aTMIIIA OBl CJIABOH JIIOOYIO U3 HUIX.

MHorue rofpl CIycTsi B «MUHH-aBTOOHOrpacum», ormyOoIMKoBaHHON B American Journal of
Medical Genetics, Cioii BOCTOp;KEHHO OT3bIBAJICS 00 OTKPBITOCTH AMEPHKH, B KOTOPYIO OH TIpHexal,
¥ O TOTOBHOCTH KaKJI0r0 BCTPEYHOTrO MOMOYb eMy. OH paccKa3bIBaeT, YTo 32 BCE BPeMsl JIUIIIb OIUH
pa3 CToJIKHYJIcs co ciaydyaeM pacusma. [lo mytu ¢ IOra Ha koHdepenimio B Heio-I'emniupe Croit
HApYIIWI MPaBWIA JOPOKHOTO JBHKEHMSI, PA3BEPHYBIINCH Yepe3 CIUIOLIHYIO JTMHUIO Ha OXKUBJICH-
HOH Tpacce, MOTOMY YTO MPOIYCTHJI CBOM MOBOPOT. OIMH paccepkeHHBIN TAKCUCT MTPUTOPMO3UI U
BBICKa3aJ cBoe MHeHue: «Kyma nperb, yeproB koHbpeaepar!»

Croii mprexast U3 TeXHOJIOTMYECKH OTCTAJION CTPaHBI, Ilie aBTOMOOMIIM ObUTM peIKOCThio. M3
[TyOOKOTrO ThUIA HAYKM OH OPOCHIICSI HA TIEPEIOBYIO B TEHETUKE, Tie eMy MPEACTOsIO YIePKIUBATh
TMO3UIIMH B TeUeHHe OYIyIIMX AECATUICTHA.

OmmoKa sKcneprMeHTa B JaHHOM ciiy4ae mpousoria B 1956 r. u Oblia cBsI3aHa C U3TOTOB-
JIEHHEM PacTBOPOB, HEOOXOAMMBIX JJISI U3YYEHUS] XPOMOCOM. ACCHUCTEHT HENPABHJIBHO MPOYUTAT
MHCTPYKIIMIO ¥ CIIMIIKOM CHJIBHO Pa30aBUI OAMH U3 PEaKTUBOB BOAOM, TaK YTO PACTBOP MOIYUHJIICS
CIMIIKOM cJ1a0biM. OT 3TOro KJIeTKU pazOyxJM U XPOMOCOMBI pa3fieivinch. VI eciu paHbllie OHU
MIPE/ICTAaBATN HA TMPEJMETHOM CTEKJIe B BUJIE CITyTAHHOTO KOMKA, TO TeNepb UX CTaJIO TOpasJio jerdye
paznuuth. Cioll yXBaTHICS 32 3TY CYACTIMBYIO CIyYallHOCTb, OMPENeSII, B YeM COCTOsUIa CTOJb
MPOYKTUBHAS OMIMOKA '* ¥ KaK BOCITPOM3BECTU JTaHHBIN 3(PPEKT, a 3aTeM OImyOJIMKOBAT Pe3y/IbTaThl.

[Toutm cpazy nocse sroro [Ixo XuH Yno (KOTOPOro moMHsT, O KpaHER Mepe B Kpyry reHe-
THKOB) U AnbOepT JleBaH (0 KOTOPOM MOYTH 3a0bLJIM) CyMeJIU PUMEHUTD JaHHBIA METOM, ISl JOKa-
3aTeNibCTBA TOTO, 4TO Yy YesioBeka 46 xpomocom, a He 48. He ymes naxe MpaBWIBHO cocuumams
XPOMOCOMBI, HEJIb3s1 HAJIesIThCSl BBISIBUTH XPOMOCOMHBIE aHOMAIWU. Tenepb Takas BO3MOKHOCTb

13 EMy 110Tpe601san001) TpU MecALa KpOHOTIIPIBOﬁ pa6OTLI, ‘{TO6LI, TMOBTOPAA ITpoLIECC OeCUnCIIEHHOE MHOKECTBO pa3 u noo4yepesHo
BHOCSI UBMEHEHM S Ha KaXX/I0M JTall€, OIPEAEIUTD, YTO K€ IOIJIO HE TaK, KaK OOBIYHO.
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TMOSIBUJIACh, U BCKOpE, B 1959 1., KoMaH1a (bpaHITy3CKUX YUeHbIX (TOT caMblil JIexkEH, KOTOphIi JI00-
ouposai OykBy p, coBMecTHO ¢ Maproii ['oTbe 1 PaiimoHom TyprieHoM) cooOIuIa o JIMITHEN KON
21-i1 XpOMOCOMBI, OOHAPYKEHHOM B KJIETKAX JeTel ¢ cuHapoMoM JlayHa. DTO MPOJIOKUIO MyTh K
OTKPBITUIO MHOTHX JPYIMX XPOMOCOMHBIX ITaTOJIOTUiA. YTO elie BaxkHee, yCOBEPIIEHCTBOBAHUE METO-
JOB LIMTOTEHETUKH J1aJI0 BO3MOXHOCTbh MPAaBWJIBHO WIEHTU(PULIMPOBATh OTAEIbHBIE XPOMOCOMBI U
CO3[IaBaTh TOUHBIC TeHeTHYecKre KapThl. [IpoekT «['eHOM vesoBeKka» 1 JIbBUHAS JOJISI COBPEMEHHOM
TeHETUKH 00s3aHbI CBOMM CYIIIECTBOBAHMEM OIUIONTHOCTH, JIOMYIIeHHOW B tabopatopuu Crosl.

Tem BpemMeHeM HaCTyNUJI JONrOKAaHHbIA popbiB B u3yyeHuu JJHK: B 1953 r. Bbiuia crares
Yorcona u Kpuka (Ha OCHOBE 9KCIIEPUMEHTANIbHBIX JaHHBIX Po3anung ®@paHKIIMH), I€ ONMKUCHIBAIOCh
crpoenne [IHK — 3HamenuTas aBoitHas cnimpaib. MIx padora mponwia cBet Ha csa3b Mexay JHK u
6eKkaMu, 0 KOTOPO¥ TOBOPUJIOCH B HAaUaJle STOH IJIaBHbl.

Tak coBmectHpiMU ycuiussMu Ciosi, YorcoHa, Kprka u MHOXECTBa MX IpPEALECTBEHHUKOB
IeHEeTHKa JABUrajiach BIEpe..
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2
bankert B yects /IHK

Ho koe-kmo u3 cmepmubix ce sice uiem
Ha npaseonom nymu mom xarou 31amot,
Komopwim 0sepu 6 seurocme omnuparom.

/I’KOH MUJIbTOH'*

Sl 3aayMUMBO Pa3IIsAABIBAN ABE CTOSIIHE TIepej0 MHOW CTEKJISTHHBIE CTONKH, HAIOJTHEHHBIE
1o cepeauHbl. OHM KpacoBaJIMCh HA MAJIEHbKOW IEPEBSIHHOM IO/ICTaBKE, pacrojlaraBLIencsl cpasy 3a
Moel JiecepTHOM JIOKKOM. ToT ke HaOop ObLT MPUTOTOBJIEH /IS KXKAOro, KTO CHJEI 3a CToJIoM. S
elle He IO allepUTUB, U MHE HEe OCOOEHHO XOTEJIOCh Cpa3y XBaTaThCsl 3a 9T CTOIKH, HO BMECTe C
TEM B BO3AYXEC BUTAJIO NIPA3JHUYIHOC HACTPOCHUE, U A HEBOJIBHO HMCIILIThIBAJT JIETKUI coOIasH.

Bnpouem, fake K Jiydiiiemy, 4To HU 5, HU KTO-JIMOO U3 TOJIIIBI TOCTEH B OTPOMHOM OAHKETHOM
3ajie OTesIsl He MOAJAJICS UCKYIIeHUI0. DTo napagHoe Meporpusitue — 50-s1 TofOBIIMHA OTKPBITUS
nsoitHou crimpanu JJHK — npencrasno Ol B COBCEM MHOM CBETe, € Obl KTO-TO M3 TOCTEH OKa3asics
OTpaBJIEH.

Banker B wectb otkpbiTus JJHK cran kynmsMuHamoHHbIM coObiTeM XIX Mex1yHapoaHOTO
KOHI'pecca I'eHEeTHKOB, rpoxoausiiero B MenbOypHe (ABctpanusi) B 2003 r. Ero opranuzaropamu
ObLIM JIIOJH C KUBBIM YMOM, HE CTPAIIMBIIAECS BO3MOKHBIX MOCIEACTBUI. B 1Tore nomyuuics He3a-
ObIBaeMBbIi, MyCTh ¥ HEMHOI'O PUCKOBAaHHbIN, Beuep. CTeHbl, YTO BIOJHE OXKHIAEMO, ObUIA YBUTHI
OrPOMHBIMHU CIIMPAJISIMUA U3 BO3AYILIHBIX IIapUKOB. IIpucyTcTBOBAN, ONHAKO, M 3JIEMEHT HEOKHUJAH-
HOCTH: OTBEYAIOLIME 32 YKpallEHUE 3ajla COWIH, NT0-BUJUMOMY, UTO JIBOMHAs CIMpPaJlb CMOTPUTCS
HE CJIMIIKOM BIEeYaTIsIoNIe, TaK YTO B Pe3y/ibTaTe TUPIsIHbI ObUT CKPYyUEHbl B BUJIE TPOMHOM CITH-
pamu's. dpancuc Kommmns, pykoBoauTesb npoekTa «I'eHoM yesnoBeka», crien mnop rurapy Happy
Birthday to You... reHomy uesnoBeka.

W B nosepiuenue Beero, nepes KaxIpiM U3 TOCTeN CTOSLT S,

CnpaBeyIMBOCTH paaM HAaJO CKa3aTh, YTO ITO OblIa OnecTsias uies (€ciau He MPUHUMATh BO
BHUMaHU€E NIOTEHUMAJIBbHBIN Bpe). OfHa U3 CTONOK coaepkalia noutu rotoseit 3kcrpakt JHK pac-
TeHus. B qpyroii ObuUT MociefHUI peakTUB, HEOOXOIUMBIN 7151 TOTO, YTOOBI 3aBEPIINTh SKCTPAKIIMIO.
B Hauane Beuepa (BO3MOXKHO, KaK pa3 BOBpeMsl, UTOObI M30ekaTh HENPUATHBIX MOCIIEICTBHIA) BEy-
LIMIA JaJl HAM KOMaHAYy MEPEUTh COAEPKUMOE OHOM CTOIKM B IPYTylo — M Ha Hamux rasax JHK
BbINaJIa B ocafiok. OHa ObljIa 37ech, Nepesl HaMu, — BOJIeOHast CyOCTaHIMs, palyd KOTOPOW Mbl BCe
1 cOOPaJIUCh.

Brl MoxeTe coOcTBeHHOPYUHO BblAeUTh JJHK B 1oMalHuX ycIoBHX, UCTIONb3Ys MOAPYYHBIE
cpencTBa (M3 KOTOPBIX SI0BUTO TOJIBKO OHO). ' OBOpAT, MOBapeHHbIE KHUTHU XOPOLLIO MTPOJAITCS, —
TaK 4TO BOT BaM pPELEIT.

Hnzpeouenmui:

14 13 mbecnt «Komoc». Ilep. IO. KopneeBa. — Ilpum. nep.

15 Tpoiinas crpasts Toke MrpaeT BakHYI0 pollb: KOJUIATEH, OJIMH W3 OCHOBHBIX THIIOB OEIKOB, COCTABIISIONIMX HAII OPraHu3M,
UMeeT CTPYKTYpy TpoitHO# cripany. Ho GaHKeT-To ObUI HE B 4ECTb KOJUIareHa.
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@ xyyOHMKA (JOCTATOYHO ABYX WM TPEX INTYK, B 3aBUCHMOCTH OT pa3mepa);

® Boja;

® coin;

@ XMIKOCTH ISl MBIThSI TTOCY/Ib;

@ venurmHCKMiA anTucenTuK (70 %-Hblid N30MPONUIIOBBIA CIIUPT), MOXKHO 3aMEHUTD JICHATY-
paTrom (TEXHUYECKUM CIIUPTOM).

Hucmpykuusi:

1. Pa3zBeaute oqHy 4aiiHYIO JIOKKY COJIM HA MOJTYAILIKY TEIUION BOABI.

2. Hlo6aBbTe B COJIEHYI0 BOAY /IB€ YalHble JIOKKH JKUJIKOCTU JJISI MBIThSI
nocybl. PazMenmBaiite akkypaTHO (CMech He TOJKHA BCIIEHUTHCS).

3. Tonoxwurte KIyOHWKY B MUINEBOW MaKeT ¢ 3aMKOM U 3arevataite. Kak
clieqyeT pa30MHUTE KIIyOHUKY pyKaMuy 4epes3 Maker.

4. BreiiTe coleHYI0 MbUTbHYIO BOJy B TIAKET C KITyOHUKOM.

5. XopomeHbkO nepemelnainte. bByapre akkypaTHel, He JOIyCTUTE
BCIIEHUBAHUS CMECH.

6. C nomouipio kKoeitHoro puibTpa OTLEAUTE CMECh U3 TMAKETa B CTAKaH.
Yo6equrech, 4TO B CTaKaHe JOCTATOYHO KUAKOCTH. Ha naHHOM 3tame jydine He
UCTIONIb30BaTh BBICOKUM Y3KUW CTaKaH, MOTOMY YTO 3TO OCJIOXKHUT XWU3Hb TPU
3aBEepIIEHUH OIbITA.

7. OCTOPOKHO BJIEWTE CIUPT B CTAKAH 10 CTEHKE B COOTHOIIEHUH ITPUMEPHO
1:1 ¢ kyOHMYHON cMechio. CrupT 00pa3yeT Cloi CBEepXy.

8. Tenepb cMech simoBuTa. He neiite ee.

9. [aitte ent orcroatscs. JJHK BeruibiBeT HaBepx, B CIIUPTOBOM CJIOM, B BUJIE
JIMITKOW OeJION MaCCHhI.

Tenepb, €Cli YTOOHO, BBl MOXKETE B35ITh JAEPEBAHHYIO IIMaxKy U noauenuts eo JTHK u3 cra-
kana. [ToTpuTe ee HECKOJIBKO pa3 O CTEHKY CTaKaHa — U Bbl YBUAUTE MHTEPECHDIA 3(PPEKT: KOMOK Ha
KOHIIE IIMAXKHA YMEHBIIUTCSI. ECIIM OCTOPOKHO MOTSAHYTh €10 BBEPX U3 PACTBOPA, OH PACTSIHETCS OT
MOBEPXHOCTU B [UIMHHYIO TOHKYIO HUTh. JIHK JMIKas ¥ mpuToM MOXKET YKJIaAbIBaThCsl KaK ILIOTHO,
TaK ¥ cBOOOIHO. [Tpu cokpamennn cBoOoaHbie BUTKH JJHK CKMMAOTCS Tyske — OHA CJIMIAeTCs caMa
¢ cobort. «Huth» [JHK, KOTOpPYIO Bbl BBITAIIMIM M3 PACTBOPA, HA CAMOM JIeJie COCTOUT U3 MHOKECTBA
OT/IEJIbHBIX HUTEH, KOTOPbIE CUIUIKCH APYT C IPYrOM MPH BHITATUBAHMU W3 CTAKaHa.

S nacmosimenvho PeKOMEH/IYIO BaM MONBITATLCS MTPOJEIaTh TAKOH OIBIT. TO 0c000e OakeH-
CTBO — 3HATh, YTO JEPXKHUIIb B PyKax CyOCTaHIMIO Ki3HU. ITycTh qaXe Ha BUI M Ha OILyIIb OHA HAIO-
MMHAET COIUIN'.

B ToT Beuep Ha 6ankeTe B yecth JJHK B 1ieHTpe BHUMaHMA 6611 P paHcuc KounH3 — He oTomy,
YTO I1eJ1 MOJI TUTapy (XOTS U HEIJI0X0), a MOTOMY, YTO PyKOBOIMII ITpoeKToM «['eHoM uenoBeka». 3a
TpH rofa 1o 3Toro coobitus, 26 monsa 2000 r., B Berom n1oMe TOpkeCTBEHHO OOBSBUIN O TOM, YTO
YeJIoBeYeCKHIA reHOM cekBeHrnpoBaH 7. Mepornpustre rposowt rpe3uaeHT CIIA Buin KiuaToH, a
npeMbep-MuHUCTP Bemmmkoopuranuy Toru Biisp ydacTBOBaI B HEM IO CITy THUKOBOM CBs13H. KoyumiH3
1 (prHAHCHPYEMBII TOCYIapCTBOM MPOEKT «I €HOM uesioBeKa» pa3/ie/Ivin B TOT JEHb CJIaBy C YaCTHOM

16 Her, na Byc 5 ee He mpo6oBaJL.

17 Ha caiire HaumonamsHoit na6oparopuu Oyk-Pumx (www.ornl.gov) JOCTYIHBI 3aMedatesbHble JOKYMEHTBI 110 MpoeKTy «[ eHoM
YeJIoBeKa» — MOJIHbII apXUB MaTepuaoB o HeM. B yactHocTH, pacimdpoBka npecc-KoHgepeHuuu B Benom gome, cocrosBiueiics
25 urons 2000 r.: web.ornl.gov/sci/techresources/Human Genome/project/clinton]l.shtml.Tyga cTout 3arisHyTh.
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kommanuen Celera. biarogapsi rpaHMO3HBIM YCUTUSIM 3TOW KOMITAHUM TI0]T PYKOBOJCTBOM €€ Tpe-
suneHTta Kpeiira BenTtepa cekBeHHpOBaHME YeIOBEUECKOTO TeHOMa MPEeBPaTUIIOCh B COPEBHOBAHUE,
10 UTOraM KOTOPOTr0 KOMMEPYECKUI ¥ HEKOMMEPUYECKHU MTPOEKTHI YCIIEITHO CHIrPaI BHUYBIO.

KT0-TO CKakxer, 4To ¢ Mpa3qHOBAaHUEM HEMHOTO TIOTOPOIIIINCH, IIOCKOJIbKY Ha TOT MOMEHT B
TMOCJIE/IOBATENIBHOCTH HYKJIGOTHUAOB OBUTO OUeHb MHOTO TipodesioB (He meHee 150 000) u Hepacimd-
POBaHHBIMU B HEW OCTaBaJMCh elle Kak MUHUMYM 10 %. B camom nene, 14 anpens 2003 r. cHoBa
OOBSIBUIIM O TOM, YTO MPOEKT TeTephb JASHCTBUTEILHO 3aBEpIleH, HO ke TOrAa MpoOesTbl MO-TTpex-
Hemy Obi. K 2004 1. ynanock qoOUThCS ropas3io OoJbiero, Ho Bee erle octaBajics 341 mpobden's,
U TIO ceii ieHb padoTa He COBCEM 3aKOHYEHa.

Tem He MeHee Ha MOMEHT OObsIBJIEHHSI O ceKBeHupoBaHUM reHoma B 2000 r. ObUT MoTydeH
XOPOIIUH MPeIBAPUTENBHBIN Pe3ybTaT!® — 1, CTPOro roBopsi, UMEHHO 00 TOM TOTJa U COOOITHIIH,
TO €CTh O 3aBEpIIEHUH NPeIBAPUTENBLHON pacidpoBKH. B OONBIIMHCTBE CiTyyaeB MCCAEIOBATEH
MOTJT OOPATUTHCS K STHM JITAHHBIM, PACCUUTHIBAS TOTYYUTh MOAPOOHYI0 HH(POPMALIUIO 00 UHTEepe-
cytorieM ux ydyactke JJTHK. D10 ObUTO 3aXBaThIBaloOIee BpeMs, U BCE ke Te U3 HAC, KTO 3aHUMAJICS
KJIMHUYECKOW MEJUIIMHOM, TO-TIPEKHEMY He BIOJIHE IIOHUMAJTH, JIJI1 YeT0 HaM MOKET TTPUTOJUTHCS
paciuppoBKa reHoMa.

B onun npekpacubiii geHp Ha ucxofge 2001 r. Ham Ha Kadeapy MpHILeN MaKeT, KOTOPHII
HAIJISIIHO 9TO MOATBEpAWI. B HeM ObUT HCK ¢ paciigpOBKOI YeT0BEYECKOro reHOMa, IPUCIIAaHHBIH
HaM B niogapok kommnanuei Celera. Mbl ¢ BOOAyIIE€BI€HMEM BCKPbLIA KOHBEPT, BCTABUJIU IUCK B KOM-
MBIOTEP U IPUHSLTUCH MCCIIEIOBATh ero coaepkumoe. OTHAKO TYT ke BIAIU B CTYNOP. Mbl IOHATHS
HE VMeJIM, KaK YUTaTh TOTyYeHHYI0 MH(OPMAIIMIO M KaK COOTHECTHU ee C IAHHBIMU HAIllUX TaryeH-
ToB. Kak 1o3:xe BbISICHUJIOCH, TOHAI00MIIOCH elie OOoJIbIle AeCATKA JIeT, YT00B padoTa ¢ TeHOMHBIMU
JAHHBIMU CTajla OOBIYHOM COCTABJISIONICH B MIPAKTUKE KIMHUYECKOW U JIAOOpATOPHO-IUarHOCTUYE-
CKOM TeHeTHKH. Tereps s Kakablii padoumii IeHb MOJTb3YI0Ch Opay3epoM reHOMOB, pa3padOTaHHBIM
B Kammugopuuiickom yausepcurere Canrta-Kpyc (UCSC Genome Browser)?’. B moeii padote 3ta
IporpaMMa He3aMeHuMa.

Tak 4to ke Tam, B reHome? UTo uMeHHO sl Mory HaiTu Onarogaps UCSC??!

Benoe kjeiikoe BelecTBO, KOTOPOE Bbl M3BJICKJIM U3 KIYOHUKHU, COCTOUT U3 YETHIPEX BUJIOB
XUMUYECKUX «KUPIMYUKOB» — HYKJICOTUIOB, BAXKHBIMU COCTABHBIMHU YaCTSIMU KOTOPBIX SIBJISIOTCS
A30TUCThIC OCHOBAHUS: aJICHVH, [IUTO3WH, TYyaHUH ¥ TUMHUH>2, OHU 0003HAYAI0TCS HAYaIbHBIMK OYK-
Bamu A, I, ' u T (wmm A, C, G, T coorBeTcTBeHHO). B uenoBeyeckoM reHome MpumMepHO 3 MIIp/
a30TUCTBIX OcHOBaHMI. OOBIMHO OHM OOBeArHEHBI B Tapbl, ockonbky JJHK cymectByer B hopme
JBOMHOM CHMpAIX. DTa JIBOHAs CIUpPaJIb COCTOUT U3 JIByX OT/AEJbHBIX HUTEW, KOMIUIEMEHTapHBIX
ApYr K Opyry. A (aJJeHuH) Ha OOHON HUTHU COE/IMHSETCS BOAOPOIHBIMU CBA3sIMU ¢ T (TMUMUHOM) Ha
napyrov HUTH, a L1 (1uro3un) — ¢ I' (ryaHuHOM), IOSTOMY JBOMHASI CIIMPAJIb BBITJISIUT TaK:

18 ok 1ax Me:k1yHapoHOro KOHCOPLIYMa [0 CeKBEHUPOBAHMIO Ye/IOBEYECKOrO TEHOMA «3aBEpIIICHUE 3yXPOMATHUYECKOTO CeKBe-
HUpoBaHUs reHoMa denoBeka» (‘Finishing the Euchromatic Sequence of the Human Genome’. Nature 2004;431:931-45).

19 Moknan MexTyHapOHOTO KOHCOPIMYMA IO CeKBEHHPOBAHMIO YeJIOBEYeCKOro reHoMa «IIpensapuresibHoe ceKBEHNPOBaHE 1
aHaym3 renoMa vesioBeka (‘Initial Sequencing and Analysis of the Human Genome’. Nature 2001;409:860-921); Bentep [x. K. u op.
CexBenupoBanue reHoma yesiopeka (Venter, J.C. et al. “The Sequence of the Human Genome’. Science 2001;291:1,304-51).

20 Hoctynen mo anpecy: www.genome.ucsc.edu.EBponeiickast Bepcust HaseiBaeTcss Ensembl Genome Browser, anpec:
www.ensembl.org. XoTs1 s1 ucnosb3yio B ocHoBHOM Opay3ep UCSC, 310 MpoCTO JIMYHBIE MpeArnoyYTeHrs:: 00a FTeHOMHBIX Opay3epa
BestKonenHbl. OHM GECIUIATHO IOCTYIHBI JII0OOMY, KTO STUM MHTEPECyeTCs.

21 o
BOIOCI), HCTOpUA MOUX 3aIllpOCOB B 3TOM '€HOMHOM 6pay3epe TIOKaXXETCs BaM HECKOJIBKO CKYYHOMU.

22 A taxke caxapa ¥ CBsI3bIBaIOIIME UX ocTaTku (pocoproit kucnothl. [Tonpoduee cm. CnoBapb TepMUHOB. — IIpum. Hayu. peo.
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* Gattaca («['arTaka») — Ha3BaHue (pubMa-anTuyTonuu 1997 r. o OyaymieM reHeTHYecKux
TEXHOJIOTH, COCTABJIEHHOE MCKJIOUMTENbHO M3 HavasJbHbIX OyKB a30THUCThIX ocHoBaHui JTHK. —
Ipum. nayu. peo.

JIBe HUTH HampaBJIeHbl B NPOTUBONOJIOXHBIE cTOpoHbl — y [JTHK ectb Hanpasienue, cBA3aHHOE
C TIOPSIIKOM €€ KONTMPOBaHUS (TPAHCKPHITIMK) M TPAHCIISALINK ITpU cuHTe3e OenkoB. [Tostomy nocie-
J0BaTeJIbHOCTh, KOMILJIEMeHTapHas nocienoBarebHocT TATTALIA, Oyner npourTaHa KIeTOUHbIM
mexanu3MoM Kak TI' TAATII, a ne LITAATTT.

Tpu Muwmmapaa ocHoBanuid JJHK — 310 yxxacHO mMHoro. [l HamIsiAHOCTH — BOT (pparMeHT
IeHETHUYECKOTro KO/Ia YesIoBeKa:

FTATTITTIAHAATATITAATATTTIUTTTTHATCCCTIHATIATIIAT
AN TTHOO TTHH TTHHALNTUHTTALATTTTTATTTULHHAAATT
FIrrguTruArTALNTINTITTIAAAATHATTHATTHTATAANIT
HAUTATIHITTITTHATTAAILILAILTITTIHATIIOTAULTHICTITTIAATIL
HUIUATITAATTTTATAIUATTIATIATITITHATHULOTATATOLITD
T rAl T TTINTTATH T TAALLTTTTINHTIATTHAAATINIAATTIAL
HATTTITTTATIUUTITTHUTTTHIATATUTTTHIUTTITTIAALLATT
FITHATITITHATTHALAATTUTHTTTALITHIHATATHAATTTIT
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TTATAATTHUTTHI TITIIOIOITATIIIIIIII TITITIATIITIAIIITAT
HUTITATIHUTHATITITATITTTITTITATTHAITITIIATITIATILL
LT THO T THTH T TITHANTIANTI AL TIAT I I AT A LI T LT A
THATHHOUOIATTIATTAAATITHHAAAATTIHUOTIHATHIITITATA
CCAAITATIHTTTITIAIIAAATTHIATIATHTITIHAIIILTATATIATILAT
HAODULAATTHTITIHATT TATTTITIALLTTIIITTITTIOTITITTIOCTD
FTITATATTHATTAILAUTHIHHOTITITATTTIATTITTIOTTIIILAT
FTAALLTATATITATATIHTITITTHTITTHATITATHITATATAILATIITTL
FTHTHOATTTHATHTIOTTTHUANIOATHTTIIHATTATTATHTAILLAT
FTATTTHTATTUHATTTIUOTITTHTHATTATTTITTHOATITIAAT
AL TITHTTTITTIATAATTTHALATTTAILILATTTAT
ADADAOTAALNUOOUOTIAATTITITITITTUTIATTTUOUTITALLLLTD
TATAATTTTTITUTITTITITATITTUITTATIHTITAATTATTAT
FAATTTITIINILTEI I TIHUTITTIATIITITITITIMIITILTATT
TATTTIATTATOTTUHOHOTTTTATHATHUTHAATTTIHAAAATITD
HUATHTHHOUOATTAAAAAUTAAAATTAAAALULUTITIUTITAATAAT
FTAAATTTIAAANTATAAAATTIHHIHTITATTAATTATITAIITIIITIL
FCTFTHNTITTIIH I IATATILIII TP TTILTTTITINIIATTILAT
FTAATHOTIOATTTUOTIODATTITATTTTITTATITITHATATTILOTID
HAAAAUTTITTITHTHTATHTIHTTITTAUNTAILATAAAATAILIT
FTHATTTIHATIHTIATAAATIHH TTHHIHATAAAINIOTIHTIOTTTTIL
FTHTTTTATTTTIHAATATHATATTTTTUTITHTITIATILITIET
FTATTTITITIALILTITTTHATHTIHIIATTITAINTTHITTTIITICTA
HAOUTTAATITIHTTIATHTITTAAAATIIHATITITATTTTIHIITA
ATHAODATAIDUOTTHOTITATTTAATALATALLLLINILILALLITIELL I A LT
IO AITTITTTTHAIIITATIHAATTAAIIAIIINTIOTTAAATITTIA
HAOUTTAAAATTATUTATTUTTITAATAAAALDNUOTITHTUTITAT
TUHAULTTHTUOTIAITTHTTTAAAUAAAALAAAATATITITTTIITD
FTATTHTITATATATATTITATTHATANIOIOTTTHOOTIHOTTIIIIITL
HIOTHOOTTHOTHTHTTHHTAATTHATT THHATTTTATTATIIIAT
HATAAALATTTHIHATTHTHTHTHTHTHTUTHTITIHATTATTAT
FTTTHHAATDATHHITITITHLTTTTHITTITTITATHITIATTIIITAAT
TAUATATTHHTIATITAUATUITHHITITITATAAITAATATTTALILITLL
TAUTHI TALLALL T TH O T TIT LTI TIT T T AAT T TALLLLLLTLL
HITTIHOATHHATTTTUHITIDHTHHATATTTTTHALTIATAAAALT
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FTTATTIHATHITTITHATAATITTITHTITHTTITITIAATTTTAAIL
HAATTITATTTTTAAATIHATIHITTIHOTIHTITIHHAATATATILATTILL
HAATHHTITAITIALTIHIATTATTTAUNTALAIIAAAAILATITIIUTAT
FHTHTIATAAATTTATTTTITIUATATATAAAALILALNTITUTTTA
ATTTTATITTTUITTATITIHHATTAATTILATTTHUHAAATITTTTTLUTTA
AATTTIHHAATTTIATTATTUATTATAAATITITACCCATTTTITATA
AATATAAATATATALATHHTHTUTAATTITIUTIUTTAAAACIHATATTIAA

ITO OAMH U3 MOUX JIIOOMMBIX YUACTKOB FeHOMa — Kycouek reHa 7BX20, chIrpaBIlIero 3Be3/1HYI0
poJib B MOeit aucceprauuu. Eciu nevarats TeM ke MpUQTOM C TEM Ke MHTepBaJIoM Ha Oymare ¢op-
Mata A4 (C OHOI CTOPOHBI), TO AJIs1 paclevyaTKy BCEro YeIOBEYECKOro reHoma noxnajgoourcst 781 250
nuctoB. Jomyctum, Kaxaplii tuct TommHou 0,1 MM; Toraa BaM MOHaA00MTCS CTONKa OyMart BbICO-
Toil Oonee 78 M — Huke, yeM craryst CBoOOIbI, HO Bbile, yeM CHIHENCKMil onepHblid Teatp. bes
KJII0Ya K paciuir@poBKe, KOHEYHO, Bce 9TO OyAeT JvIllb HAO0OpOM HUYero He 3Havyanmx Oyks. C Kitio-
YOM 3Ta CTOIKa OyMaru OTKpOeT HECMETHbIE HayUHbIe COKPOBHIIIA.

Tak uTo xe sBisgeTcs Kimodom? W uto ckpbiBaeTcs B reHoMe? Kak BbISICHSIETCS, KJIIOY TYT He
OfIVH, 3JIeCh HyeH cKopee 1esbiii Habop kimoveid. JIHK cocoOHa noBegats MHOTO UCTOPHIA, eCiv
YMETb MX YUTaTh.

MbI yke TOBOpWIJIM B HpeIblAylIel IlaBe, YTO HAIl XPOMOCOMBI 00pa3yloT Mapbl®® MpOCTO
MIOTOMY, YTO MOJIOBUHY F€HETUYECKON MH(OPMAIMH Bbl TOJy4aeTe OT MaMbl, a MOJIOBUHY — OT MaIbl.
B cBoI0 ouepesib BH IIepeaeTe Kaxa0My U3 IeTel Takke MOJIOBUHY CBOUX XpoMocoM. Takum oOpa-
30M, OJJHa KOIKsI NIEPBOM XPOMOCOMBI MOJTyY€Ha OT MaMbl, Apyrasi — OT HaIlbl, U TaK CO BCEMH XPO-
MocoMamu. [lepBasi xpomocoma camast kpynHasi. OHa cOCTOUT pUuMepHO U3 250 MJTH HYKJIEOTHUIOB,
1 Ha Hel pacrnionaraercsi cBbiiie 2000 reHoB. Camasi masieHbKast, 21-51, XpoMOCOMa COCTOUT MEHee
yeM 13 50 MJTH HyKJIEOTHIOB U COAEPKUT TOJIBKO Mapy coTeH reHoB. CKpoMHast Y-XpoMOCOMa JIMIIb
HEMHOI'MM JJIMHHEE, 4yeM 21-51, HO B Hel Bcero okosio 50 reHoB.

Kpome Toro, B kjieTke BHe KJieTouHOro siapa Toxke ectb [JJHK: y Hac nmeetcst BTOpoii reHoM,
COBCEM KpouleuHblid (Bcero 16 569 nHyksieorunoB u 37 reHoB). OH HaXoAUTCS B CTPYKTypax IOJ
Ha3BaHUEM MUIMOXOHOPUY — O HUX peub MOWET UyThb MO3KE.

Uro KacaeTcsi TeHOB, TO O HUX Bbl, 0€3 COMHEHMUSI, CIIBIIANIM, BE/Ib 3TO CaMble U3BECTHBIE KOM-
MOHEHTHI reHoMa. Kak yke roBopusiock, OHM UTPAIOT POJIb MHCTPYKIIMH, [0 KOTOPOH KJIeTKa CUHTe-
3uUpyeT OeNKH, KOTOpbIEe, B CBOIO OYepeb, BHIIOIHSIOT MHOXECTBO CJOKHBIX 337a4, HEOOXOIMMBIX
KJIETKE, YTOObI BBIKUTh M IIPUHECTH TOJIb3Y BallleMy opraHu3my. OTHaKO Te y4acTKU I€HOB, KOTOpbIE
TPAHCIMPYIOTCS 1Sl CUHTE3a OEJIKOB, COCTABJISIOT JIUIIb OKOJIO 1-2 % reHoma.

VyeHsle 1O CHUX MOpP CHOPAT O TOM, JUIsl YEro HyKHA OCTajlbHasi YacTh T€HOMA M HACKOJIBKO
oHa HyxHa. Cpe/in HEKOIMPYIOLIMX OTPE3KOB €CTh TaKUE, KOTOPbIE, OE3YCIOBHO, MOJIE3HBI U BAKHBI.
Harpumep, neHTpoMepa — MeCTO MEPETSIKKU Ha XPOMOCOME — HEOOXOAMMA ISl TOro, YTOObI MPH
JeNeHUM KJIETKM KOIMUHM XPOMOCOMBI HAIlpaB/IsUIMCh Kyga UM mnosoxeno. COoil 3Toro mporecca
HHUYEro XOpoIero He cynuT. Ha KOHIIaX XpoMOcoM pacrosyioKeHbl TeIOMEpPBl — CTPYKTY b, 00pasy-
IOLIME 3aUIUTHBIA KOJMMAa4oK. BO3MOXHO, BaM MPUXOAMIIOCH CIIBIILIATH MECHI0 OPUTAHCKOIO KOMUKA
bepuapna bpeccnoy o ToM, AJis 4ero HyKHbI IIATKU:

I1amxu HyosicHbL, UMo6 HOCKU He cnadanu
H npu x00vbe KoHubl HO2 He cMpPadal. ..

3 31ech MOKHO NepeJIMCTaTb CTpAaHULIBI Ha3a] U CHOBa MO TI000BaThC MOUMU XpOMOCOMaMU.
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XPpOMOCOMBI, KaK U3BECTHO, B HOCKaX HE XOASAT, HO, KaK U HOraM, U3HOC KOHIIOB UM BPEJEH.
ITo mMepe Barero crapeHus TeJIOMEpsl U B CaMOM Ji€JIe M3HAIIMBAIOTCS, [IOHEMHOT'Y YKOPauMBasiCh C
Ka/1pIM JiefieHueM KieTku. [Ipu MHOrux popMax paka OHM CTAHOBSITCS CYU4eCnEeHHO KOpode, YeM
B HOpMeE, WJIA BOOOIIE MCYE3aI0T, TAK YTO KOHIIBI XPOMOCOM OTOJISIIOTCSI M CTAHOBSITCSl YSI3BUMBIMHU
11 IoBpexJeHui. Kak H1 cTpaHHO, 3aTeM ciieyeT BOCCTAHOBJIEHUE TEIOMEp: KOIia KJIETKH Mepe-
POXIAIOTCA B 3I0KAYECTBEHHBIE, IX XPOMOCOMBI OOPETAIOT HOBBIE, YCTOMUMBBIE TesloMepbl. OTuacTH
MO3TOMY PAKOBbIE KJIETKU CTAHOBATCS «OECCMEPTHBIMID».

XOTs y4aCTKM FeHOB, KOAMPYIOIIHe OeJIK1, 3aHUMAIOT Beero 1-2 % reHoma, caMu TeHbl COCTaB-
JISIIOT TIPUMEPHO 4eTBepTh reHoma. CeKpeT 3TOro HeCOBMAAEHHS B TOM, UTO OOJBIIMHCTBO TE€HOB
MIPE/ICTaBIISIET COOOW CMECh IBYX pa3HbIX TUIIOB HYKJICOTUAHBIX MOC/IEI0BATEIbHOCTEN — MHTPOHOB U
9K30HOB. DK30HBI KOAUPYIOT OEJIKH, TO €CTh UX MOCIeJOBATEIBHOCTH YKa3bIBAIOT, U3 KAKMX aMUHO-
KHCJIOT CUHTE3UPOBaTh OEJIOK, a TaKke KOrjJa HauMHATh U 3aBepIiaTh cuHTe3. HarpoTus, MHTPOHBI
HUYEro He KOOUPYIOT, U, XOTSl Y HUX, HECOMHEHHO, €CTb Kakas-To (PyHKIIMS, HaM JI0 CHX IOp He
BIIOJIHE TIOHSITHO, Kakasi UMeHHO?*. IHTPOHBI MOTYT OBITh TOMCTHHE OTPOMHBIMU — MHOTOTBICSTYHBIE
LEMOYKH HYKJI€OTUA0B. VIHOrja OHM HACTOJIBKO BEJIMKH, UTO LEJIBI TEH MOKET YMECTUTLCSI BHYTPU
MHTPOHA JPYroro reHa, 0ObIYHO HAIIPABJIEHHOTO B MTPOTHUBOIIONIOKHYIO CTOPOHY, HA COCEJHEN HUTH
JHK. JIBoitHas cnvpaib — yauua ¢ JBYCTOPOHHUM JBHKEHUEM.

B npusenennom Bbiie pparmente reHa TBX20 MOKHO yBUIETh KaK 9K30HBI, TAK U UHTPOHBI.
KupHbIM 1IpUTOM BBIAETIEHBI K30HBI, OCTAJIbHOE — UHTPOHBL. MOXKHO YBUIETH Jake KOe-Kakue
MHCTPYKILIMH TI0 padoTe reHoMa, 3arMcaHHble IpsMo 371ech B nocienoBareabHocty [JJHK. B navane
KaXJJ0ro MHTpoHa ctosAT Hykyeotu sl ['T, B koHle Kaxaoro uaTpoHa — AI'. Bmecte I'T u AI” oOpa-
3yI0T KJIIOUEBYIO YacTh YKa3aHMsI JJIs1 KJIETOUHBIX MEXaHM3MOB, B KOTOPOM cooOmaercs: «37ech
UHTPOH. [[1s1 Gesika He HyKeH — BbIpe3aTh» 2.

Kakoii e mpoleHT 4enoBeueckoro reHomMa AeMCcTBUTENbHO 3aHAT aejaoM? Io npasae rosops,
3TO noka euje He U3BecTHO. B cenTsiOpe 2012 r. BN OqHOBpeMeHHO 30 HayUHBIX CTaTel C pe3yiib-
Tatamu ofHOro u3 KkpynHeumumx npoekroB — poekta ENCODE (ENCyclopedia Of DNA Elements —
«uimkJjoneaus emeHToB THK»), sBisiomnerocs naipHelmmm pa3sutueM «['eHoMa yenoBekar.
CornacoBaHHOE B3aMMOJICHCTBME OIPOMHOTO YHCIIa YUeHbIX, Onarogapsi kotopomy cpasdy 30 crareid
BBIIIIO B CBET, CTAJI0 HE MEHEE YIUBUTEJILHBIM JIOCTHKEHUEM, YEM CaMU HAay4HbIE JaHHBIE, IPUBE-
JeHHbIe B 3TUX MmyOnukanusix. [To yTBepskieHnIo yuacTHUKOB uccieaoBatenbekoi rpynnsl ENCODE,
Obui packpbIThl (pyHKIMU 80 % reHomMa. Bonblnas 4acTh ero, Kak MpeAroarajoch, 3aHUMAeTCs
KOHTpOJIeM (PYyHKIIMIOHMPOBAHUSI OCTAJIBHBIX YacTell — IOBOJIbHO OIOPOKpaTUYEeCKUi 00pa3 KJIETOY-
HOH OMOJIOTMH. DTO 3asiBJICHUE CPa3y BhI3BAJIO HEMAJIO KPUTUKH, M CIIOPBI BCE €I1le MPOIOIKAIOTCS.
HenasHo BbilluIa cTaThsi, B KOTOPOHM YTBEPKIAETCS, UTO (PYHKIIMOHAIBHO JinIlb 8 % reHoma. Bot ato
pa3opoc! He 3Hato, KakoB BepHBI OTBET Ha caMoM jejie, Ho 8 %, mo-mMoemy, MayioBato, a 80 % —
yxe nepedop.

W3psanas nons reHoMa 1oxoa Ha TeHETUUECKUH JIOM — 3TO TeHbl ¥ IPOYKE JIEMEHTHI, yTpa-
THBIIKE CBOIO (DYHKIIMOHAILHOCTh B XOJIe 9BOMIONUK. Harnprmep, y Hac MHOTO TeHOB OOOHSITEIbHBIX
PELenTOPOB, KOTOPHIE IOJIOMaHbI M HUKAK He ISMCTBYIOT: Ha O0Jiee paHHUX CTAAMSIX BOJIOIMH HAIITH
MPeIKM HYXJAJNCh B TOHKOM BOCIIPUSITUM 3aIaXxOB, YTOOBI BBIKUTH, HO MBI YK€ JAaBHO OTIMYHO
CIIpaBJIsieMcsl, pacrosarast I0BOJIbHO c1abbiM 0O0oHstHuEeM. [109ToMy, KOrjia B JaHHBIX TeHAX IMPOU30-

2 W3BectHa OIHa XOpOLIO U3y4Y€HHasA (I)yHKI_[I/IH WHTPOHOB — 1aBaTh I'€HY BO3MOKXHOCTb CUHTE3UPOBATh PA3HBIE BAPUAHTBI OJHOT'O
U TOro xe 6em<a, NIpUYEM MHOIJAa 3TU BapUAHTBI CYIIECTBEHHO Pa3/IN4aloTCAd 1o d[')yHKI_II/IHM. 310 JEJIa€TCA IMYTEM TaK Ha3bIBAEMOI'O
AJIbTEPHATUBHOTI'O CIUIaliCHIHTa — HEKOTOPLIE IK30HBI 3a,IIeﬁCTBOBaHLI HE BCCrja, Tak 4To OBIBAIOT II0CJICAOBATEIBHOCTH, CITIOCOOHBIE
OBITH KaK 9K30HaMHM, TaK 1 UHTPOHAMU. MHorue reHb OéXO,HHTCH 0€e3 3Toro BOO6U_IC, HO HEKOTOpbIE Oenkun NPUHUMAIOT MHOXKECTBO
(l)OpM B 3aBUCUMOCTH OT TOr'0, KaK IMpoOXOoAuT CILJIAMICHHT . EIJ_IG OJHa q)yHKLlI/IH WHTPOHOB — PEryJIATOPHAsL: OHU [TIOMOTaloT ONPENECIATD,
TIc U B KaKkol MOMEHT TEHY CJIEAYET BKJIIOYAThCA.

> 310 HeckobKo yrporenHoe unokenne. I'T u Al — KIOueBbie KOMIOHEHTBI CHIHANIA, COOOLIAIOMIEro: «31ech CailT Crulai-
CHHTI'a», OJJHAKO OKPY’KAIOIIME UX HYKJICOTHBI TOXE UMEIOT 3Ha4eHue. Eciu Bbl xoTuTe y3HaTH 00 9TOM GOJIBILIE, TO GONIee NOApPOOHOEe
OIVICaHHUE CBSI3M MeX/Iy T'eHaMHt 1 OeJIkaMu cM. B pasziene ITpumedaHust.
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IIJTM MyTAIIH, 3TO HE BBI3BAJIO MTPOOJIEM U ITOJIOMAaHHBIN BAPUAHT MPOCTO MEpeAascs OyayliM IOKO-
JeHusiM. Bbl yHacne1oBasin COTHY MOJIOMAaHHBIX TEHOB OT POJIUTENIEN U B CBOIO OUYepe/lb NepeJauTe
UX JIAJIbIIIE, & MOXKET OBbITh, yXKe Mepeiaid — M OHU BCE TaK ke OCTaHyTCsl HEpaOOTAIOIIMU.

EcTp Takke MHOTO NOBTOPSIIOIIMXCS TOCIIEA0BATEIHOCTEH, Kak OyATO HE MMEIIIUX 0CO00T0
cmbicia. MIHorna Bupycsl BerasiAoT cBolo konuio B JJTHK xo3sauHa, 1 1o Bcemy reHoMy OKa3blBaeTCs
pa30pocaHo J0BOJIBHO MHOTO YYACTKOB, HAIIOMUHAIOIIMX JPEBHUE BUPYCHBIE MTOCIIEI0BATEILHOCTH.
Ectb yuyactku JHK, ckormupoBaHHbIe B XO/Ie TaK Ha3bIBa€MbIX COOBITHI AyruvKauuu. Eciu 4ro-To
MMeeTCs B ABYX IK3EMIUISIPax, HE CTPAIIHO, €CJIM OAMH U3 HUX CIIOMAETCsl, IOITOMY B pe3yJibTare y
Bac HepeJIKO OKa3bIBAIOTCS JIBE Bepcuy reHa — pabouast v Hepadoyas (ticeaoren). A eme B JIHK ectb
KYCOUYKH, KOTOpbIE, TT0-BUAUMOMY, BOSHUKJIM KaK MPOoCcToi modounsiil 3¢pdekt crpemienus JTHK k
CaMOKOIMPOBAHUIO: JJTMHHBIE-IJIMHHBIE TIOCIIEA0BATEIFHOCTH, KOTOPBIE BHIIVISIIAT aOCOMIOTHO Oec-
cMmbiciieHHbIMUA (ATATATATATATATATAT ...).

B ob6miem u 1iesiom 310 HaM Kak OyaTo ocodo He MemiaeT. He moxoske, 4ToObl YeJoBeYeCKUi
reHOM TofIBeprajicsi oT0opy Ha 3(pEeKTUBHOCTbD, a €CIIM TAKOM OTOOP U CYIIECTBYET, Hajl HUM, OUe-
BUJHO, OIEPAUBAIOT BepX CKJIOHHOCTh [JHK K caMOKONMpOBaHUIO M pa3ivyHble MEXAHU3MBI, ITPU-
BHOCsIIIMe B rocnenoBatenbHocTh JJHK HOBBIE 0Tpe3ku. MHOTrHe Apyrue opraHu3Mbl OTJIMYHO ceOst
YyBCTBYIOT C TeHOMaMH eliie OOJIbIIMMH, YeM Y Hac, U, COOTBETCTBEHHO, MpH elle OOoJbIlei aose
napasutndeckor [IHK. Ame6a Polychaos dubium, kak yTBepkaaloT, 00JIaJIaT TEHOMOM, TI0 pa3Mepy
6onee yem B 200 pa3 MpeBBIAIIUAM HaIlll. ¥ OOBIYHOTO JIyKa F€HOM B MATh pa3 OoJbIlie HAIlero,
OJIHAKO BCE ke 3TO MBI UM JyK (i u3Biekaem u3 vero JJHK), a He HaoOGopot. B 1o ke Bpems
reHOM pbIOBI (byTy M3 ceMelCTBa MITIOOPIOXMX MEHbIIIEe HAlllero B BOCEMb pa3 — a pbl0a BCe-TaKH
YCTpO€Ha HECKOJIBKO CIIOJKHEE JIyKa.

Hekotoprle naHHBIE, IO BCEll BUAMMOCTH, YKa3bIBAIOT HA TO, YTO CIIMIIKOM OOJIBIION TEHOM
00XOIMTCS TOPOTo, TI0 KpaiiHel Mepe B TpyAHble BpeMeHa. EcTh Takoe pacTeHue — TeOCHUHTE, KOTO-
poe curTaercs mpeakom Kykypy3sl. B 2017 r. Bellluia cTaThsi, B KOTOPOW CPaBHUBAIUCH TEHOMBI pa3-
JIMYHBIX BUJOB TEOCUHTE, PACTYIIMX HA Pa3HbIX BbICOTAX. Y MHOTMX PacTEHHUN '€HOMBbI OTPOMHBIE,
HO, KaK OKa3aJIoCh, y TEOCHHTE YEM BBIILIE B TOPBI, TEM MEHbIIE TeHOM. ECii BbI JKMBETE B CYypOBBIX
YCJIOBHSIX BBICOKOTOPBSI, TO HE MOKETE IMO3BOJIUTD cede 3psi TpaTUTh Hepruto Ha kornuposanue JHK,
HE BBIMOTHSIONIECH HUKAKOW TIOJIE3HOW PaOOTHI.

MoXHO, KOHEYHO, IOITYCTUTb, YTO Y YEJIOBEUECKOI'0 TeHOMa KaK pa3 HYKHBII pa3Mep U KasKabli
3JIeMEHT B HEM BBITIONHSET BakHYyI0 posib. OHaKO mogodHoe yyao ManoBeposTHO. Ckopee Bcero,
Halll TEeHOM JIEVCTBUTEJIHO HECET 3HAUUTEJIbHOE KOIMUeCTBO «MycopHOi» [JTHK.

ITO HE 3HAYUT, YTO B YEJIOBEYECKOM I€HOME HET HUUETO MHTEPECHOT0 U yauBHUTenpHOro. Korna
s TOJIbKO HayaJsl 3aHUMAaThCsl TEHETUKOM, Mbl YBEPEHHO YTBEPKAAJIH, YTO TEHOM YEJIOBEKA COAEPKUT
okosio 100 000 reHOB — Be/ib MbI TAKWE 3HAYUTEIIbHBIC, OCOOCHHBIE CYIIIECTBA, a CJIeJOBaTeIbHO, TEHOB
y Hac JOJKHO ObITh MHOTO, HE Tak JIM? 3ateM 3TH U(pPhl MOMOJ3/IM BHU3, OHU CTAaHOBUJIMCH BCE
MEHBIIIE. .. MEHBILIE. .. U MeHbllle. K MOMeHTy 3aBepliieHust NpoekTa «[ €eHOM 4esioBeKa» YKCiIo T€HOB
cokparmiioch 10 20 000 ¢ HeGompmM. OTYaCTH 3TO OOBICHSAETCS TEM, YTO HAIM TeHBl YCTPOESHBI
JOCTAaTOYHO CJIO)KHO M MHOTHME U3 HUX BBIIOJIHAIOT HE OAHY 3aauy. MIHorga 3To nogpasymMeBaer, uto
OfIHA U Ta e 3a/1a4a BHIMOJTHSETCS HEMHOTO IT0-Pa3HOMY: HAIlPUMEp, MBIIIEUYHBIN OesIoK (popMupy-
eTCsl TI0-Pa3HOMY B 3aBUCHMOCTH OT TOTO, HYKEH JIM OH JUIsI CEepIeYHON MBIIIIIBI I AJIs OOBIYHOM.
WHorna, oqHako, TOT ke caMblil OEJIOK MOXET BBINIOJNHSATH COBEPUIEHHO pasHble (pyHKImU. Takue
OeJIKM Ha3bIBAIOT NMOMU(pYHKIIMOHATbHBIMU2®. Harpumep, oquH u3 (hepMeHTOB — OeJIKOB, OTBEYal0-
KX 32 MPOTeKaHUe XMMUYECKUX PEeaKIUil, — UTPaeT Takke BaKHYIO poiib, 0OecreynBast mpo3pay-
HOCTb POTOBHMIIE IJ1a3a.

%6 B aHIJIMACKOM A3bIKE OHM HOCST HA3BAHUE moonlighting proteins, To eCTb I0CIOBHO — «0eJIKH, 3aHUMAIOIINECs TTOAPaOOTKON». —
Tlpum. nayu. peo.
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Ho npumepHoO TO %€ camoe MOXHO cKa3aTb O FeHOMax MHOTMX JIpYTMX OpPraHu3MOB U adOco-
AIOMHO Mo JHce — 0 TeHoMe mmmnan3e. [llumnanse, B oco6eHHOCTH O0HOOO (OH ke KapIMKOBBIN
IIMMIIaH3e), HACTOJIBKO OJIM3KM K HAM T'eHeTHUYECKH, YTO MapCUaHWHY, BEPOSITHO, MBI C HIMH TIOKa-
JKEMCsI BCETO JIMIIb Pa3HbIMU MOABUAAMH OIHOTO U TOTO ke *kMBOTHOro. K mmmnanse mbl Onuke,
yeM appuKaHCKUE CIIOHBI K a3UaTCKUM, TaK YTO TPYAHO ObLIO Obl BAHUTDH HAIIIEro BHE3EMHOT'O TOCTS
3a OIIMOKY.

Otkyna Mbl Bce 910 3HaeM? biiarogaps npoekty «['eHoM uesoBeka».

Kora 6b11 3a1ymMan nmpoekT «[ eHOM 4yeioBeKa», OH Ka3aJjicsi HEBePOsSTHO aMOUITMO3HOM HICEH.
CexBeHnpoBaHa ObUIa JIMIIb Majiasi YacTb TeHOMa. B OCHOBHOM MBI pacriosiarajiv 4eM-To Bpojie KOH-
TYPHOI CXEMbl, a TOYHEe, KapThl. BaM yacTo MpuXOAWTCS CIBIIATH BbIPAKEHUE «KApTUPOBAHME
reHOMa», IMEHHO C 9TOr0 F'eHeTHKH ¥ HaurHai. Ho B Halllu THY reHOMBI OT/IeJIbHBIX JIIOJIel He Kap-
THPYIOTCsI, IOCKOJIBbKY 3TO yKe MPOJesIaHo (BaM Be/lb He HY’KHO COOCTBEHHOPYUYHO COCTABJISITh KapTy
1IeJIOro pafioHa, 4ToObl HAUTH Yei-To 1oM). [ eHeTndecKkas KapTa He MoX0oXka Ha KapTy ropoja, y Hee
HE JIBa U3MEpeHM s, a TOIBLKO OJHO — MecTorosiokenue Baoiabp Hutu JJHK, o6pasymormieit xpomocomy.
YrtoObl cOCTaBUTH OJOOHYIO KapTy, HY)KHA CEpUsi MAPKEPOB — FEHETHUECKHX JIOPOKHBIX YKa3aTese,
MOPSA/I0K KOTOPBIX OTHOCUTEJIBHO JPYT JApyra U3BECTEH. DTH yKazaTeau coctoAT u3 ydactkoB [JHK,
KOTOpPbIE MOKHO KAKMM-JIMO0 00pa3oM 06e30muO0YHO pacnosHarh. JJomycTiM, y Hac ecTh TP TaKUX
Mapkepa — A, B u C. Ecii MbI cocTaBUM reHeTHUecKyIo Kapty ¢ yuetom A, B u C, oHa Oyzet cozep-
KaTh MHPOPMALIMIO KAK MUHUMYM O TOM, B KAKOM MOPSIAKE OHU PACHIONATaloTCs BAOJIb XPOMOCOMBI —
A-B-C, a He A-C-B, Hanpuimep, u He Kak-mOo nHade. Eme nyunre, ecnmm ykaszaHo, urto A, B u C
pacroyiokeHsl Ha MEPBOM XpOMOCOME, a He Ha JoOOoM Apyroil. A camas rojie3Hasl KapTa — Ta, Ha
KOTOPOW OTMEYEHO, HACKOJIBKO JJAJIEKO OHU OTCTOSIT APYT OT Apyra.

[NepBble Take KapThl ObLIM cOCTaBleHbl B Hadasie XX B. i apo3odwt. K 1922 r. Ha yertsI-
PexX MYIIMHBIX XpOMOCOMax ObLTH OIPe/IesieHbl TeHBI, OTBEYaloIIHe 3a pa3Butre 50 pa3IMyHbIX pU-
3HaKoB. Bo Bcex ciyyasx peusb nuia 0 (PU3MUYECKUX pa3IdyMsAX MYIIEK, KOTOpble MCCIIeIoBaTelb
MoT HaOMI0aTh HENOCPEICTBEHHO. MYIIIKH ONMMCHIBATUCH TIO MHOKECTBY Pa3HBIX MPU3HAKOB U CKpe-
LIMBAJIMCh C MYIIKaMHU, CTOJIb K€ TIIATEJIbHO ONMCAHHBIMU, a 3aT€M MCCJIEJO0BAIOCh MOTyYMBLIEECs
MOTOMCTBO. DT0 OblTa KPONOT/IMBAsA, TPyAHAsl paboTa, HO OHA J1ajia HaM OOIIMpPHBIE (PyHIAMEHTaIIb-
HbIE CBE/ICHUs O TeHEeTHKe, CHaOI1/1a HAC MHCTPYMEHTAMM, TPUMEHSIBIIMMUCS Ha MIPOTSHKEHUH BCETO
XX B. ¥ CBIIPaBIIMMH KJIIOYEBYIO POJIb B YCIIEXE MPOEKTA «[ €HOM YesioBeKa».

B vactHOCTH, OTHA K3 NEPBBIX KapT X-XpOMOCOMBI Ip0O30(PUJIbI BhIIJISJE/A TaK:

Ha 101 KapTe y 03HavaeT XkenTylo OKpacKy Tena (aHri. yellow), w — Genble r1a3a (aHri1. white),
v — KpacHble I71a3a (aHri. vermillion — «<KMHOBapb»), a m — MUHHUATIOPHBIE KpbUlbs. KapTa nmoapazy-
MEBaeT, YTo KeJTasi OKpacKa 1 OeJble T1a3a TECHO B3aMMOCBSI3aHbI — OHH C OOJIBIIIEH BEPOSTHOCTHIO
HacJe/lyloTcsl BMECTe, — TOIla KaK YMEHbIIEHHE KPbLIbEB CKOpee HaceoyeTcs B CLETIKE C KPACHBIMU
71a3aMu, a He ¢ OestbiMH. [JaHHast KapTa cocTaBiIeHa errie OfIHIM MOUYTH 3a0BITBIM reHreM, AJtbpeioMm
CrépreBanrtom, B 1913 1., kKorga emy 6bu1 Beero 21 ron. B Ty mopy oH paGoTain rmoj pyKOBOICTBOM
BeJIMKOro reHetnka Tomaca Xanta Moprana. CTEpTeBaHT, HOX0ke, ObLT ByHAEPKUHIOM: K 21 To/1y OH
yKe UMeJ JUTUTEbHBIN ONBIT N3y4YeHus HaceacTBeHHocTH. Ha Moprana npousseno Gosbliioe Brie-
YaTJIeHne TO, 4To, ere Oyaydu nogpocTkoM, CTEPTEBAHT HAMKMCA CTAaThIO O HAC/IEOBAHHUY JIOIIAH-
HBIX MacTeld, OCHOBBIBAsSICh Ha HAOMIOJIEHNSIX,, CICJIAaHHBIX B IeTCTBe Ha (pepme otra! CTaThs BhIIILIA B
Hay4YHOM XypHaiie, Moprat npeioxun CTépreBaHTy padoTy y cebs B 1abopaTopry, a JajbHekiee
yXke MPUHAJIEKUT UCTOPUHU.
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3. Képk. «Maiburk, KOTOpBII HE NIepecTaBajl PacTy. .. U APYrue UCTOPUM TIPO TeHbl U JIOACH»

KoHen 03HakoMuUTEJIbHOT0 (pparmMeHra.

Texkcr npenocrasieH OO0 «JIutPec».

[IpounTaiiTe 3Ty KHUTY LIEJIMKOM, KYIMB IIOJHYIO JIEraJbHYIO Bepcuio Ha JlutPec.

BesomnacHo onnatuTh KHUTY MOKHO OaHKOBCKOM Kaprtoit Visa, MasterCard, Maestro, co cuera
MOOWIIBHOTO TenepoHa, C TUIaTeKHOro tepMuHana, B catone MTC wm Cesi3Hoii, yepes PayPal,
WebMoney, fAunekc.densru, QIWI Komesnek, 60HyCHbIME KapTaMu WX APYTUM YIOOHBIM Bam crio-
COOOM.
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