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AHHOTaAIUSA

Kak pomuts 3mopoBoro pedenka? OTdyero y Moero peOeHKa
npo6iemsl ¢ ceprauem? TIposiBUTCS M y MeHsI Xopesi XaHTHUHITOHa,
Kak y Moero orma W nepa? Tema reHeTMyecKMx 3a0o0JeBaHHMN B
Hallly HU CTAaHOBUTCS OOBIIEHHOW, OMHAKO, YTO TaKOE MEIULIMHCKAS
TeHEeTHKa, MHOTHE MpeACTaBAlT cebe cMyTHo. B ommume ot
TepareBTa, COMPOBOXKIAIOIIETO MAIleHTa OT KOJBIOSTN 1O MOTHIIBI,
BPaY-TEHETUK CIIEIUT 34 €r0 KU3HBIO eILiE 10 €€ 3aPOKICHUS U CITyCTsI
rofpl MOCNE €€ 3aBeplleHusA. 3a BpeMs CBOed NpodecCHOHaIbHON
aeaTenbHOCTH JOKTOpy KEpKy HoBenock NpUHMMATh ydacThe B
cyap0ax THICSY JIIOEH, U TOT MEPHOJL COBMAJI C STMIOXON HEOBIBAJIOTO
MPOpbIBa B TEHETHKE.

OmnbIT NPakTUKYIOIETO Bpaya M YYE€HOTO B COYETAHUM C JApOM
paccKa3uMKa IO3BOJIMIIM aBTOPY HANMCaTh BEJMKOJIEIHBIA 0030p



WCTOPUU METUITMHCKON TeHEeTMKW U OLEHUTh €€ TepPCIEeKTUBBI,
MIPOSICHSIS HA peaIbHBIX MTPUMepax camble CJI0KHBIE BOITPOCHI TSI BCEX
JKeJTaloIUX MOCTHUYh TOHKOCTH 3TOM HOBOUM HAYKH.

«OOHAKO UCOPUSL 26HEMUKU YeN08eKA — MO 8 nepsyro ouepedsb
uenogeueckas ucmopusi. Ona ckaadbleaemcst U3 UCMoputi arooeil, Ha
JICUBHb KOMOPBIX BAUSIEM 2eHemUKA, — HA CAMOM Oene, KOHeUHO, OHA
eausilem Ha 6cex, HO HA HEKOMOPbLIX CKA3bleaemcs: bonee 3aMemHo
u bonee Jicecmoko, uem Ha 6cex npouux. Imo ucmopus Mot
MANBIUUKU, OOPEUEHHOT C CAMO20 MOMEHMA 3aUamust. Imo ucmopust
UCCNEO08AMENbHULbL, KOMOPAsL 8 C80€ll 1adopamopuu 83215HYAd 8
MUKPOCKON U NPOUUMAnda cyovdy OesouKlU, 3ANUCAHHYIO S3bIKOM
KAemok. 9mo ucmopust AHHbl — U MOSL COOCMEEHHAsL. DMo UCmOopust
N00eli, KOmopble 6nepavle Y3HAU, Mo MaKoe XpomMocoma U KaKoe
OHA MOXCEM UMeNnb OMHOWEHUE K 00Ne3HU».

Jas koro

Kuura Oymer mHTepecHa OuonoraM, TeHEeTMKaM, Bpadam, B TOM
yuclie MeauarpaM, a TakKe BCeM, KTO WHTepecyeTcsl HayKamu O
YeJIoBeKe B I1eJIOM M TEHETUKOH YeJIoBeKa B YACTHOCTHU. A TaKKe TeM,
KTO MHTEPECYETCA BOIIPOCAMU TNIAHUPOBAHUA CEMbU, TCHETUYECKOT'O
TECTUPOBAHU S, U BCEM MOJIOBIM COBPEMEHHBIM JIIOMSM, TyMAIOIM
0 3JI0POBbE CBOUX OYAyIUX JETEH.
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Bce npasa 3auuuiensl. Jannasn snekmpoHHas KHuea npeoHa-
3HAYEHA UCKAIOUUMENbHO ONSl YACMHO20 UCNONb308AHUSL 8 MUY~
HBIX (HEKOMMEPUECKUX) Yensix. INeKMPOHHAs KHU2A, ee Uacmu,
dpazmenmol U 3nemMeHMbl, BKAOUASL MEKC, UB00PAINCEHUSL U
UHOe, He nooNeXcam KONUPOBAHUIO U NH000MY OpY2oMYy UCNONb-
306aHui0 6e3 paspeulerust npagooonadamens. B uacmuocmu, 3a-
npeweHo makKoe UCNONb308aHUe, 8 pe3ynbmame KOmopozo 31eK-
MPOHHAS KHU2A, ee YaCmb, (Ppazmenn U INeMeHm CManym 0o-
CMYNHLIMU 0ZPAHUMEHHOMY UAU HEONPEOeNeHHOMY Kpyey Aul, 8
MOM uuUce NOCPEOCBOM Cemu UHMEPHEM, He3A8UCUMO O MO-
20, byoem npedocmasnsimvcst 00OCMyn 3a NAamy uau 6e3603me30-
HO.

Konuposanue, éocnpouseedenue u uroe ucnonv3oeanue nex-
MPOHHOLL KHU2UL, ee uacmeli, (hpazmeHmos u INemMeHmos, 8blxoosi-
uiee 3a npedensl YACMHO20 UCNOABL30BAHUSL 8 MUUHBIX (HEKOMMED-
UeCKUX) ueasix, 6e3 coznacus npasoodoNaoamenst I8AsIemcs He3a-
KOHHbIM U 81€Uem YeON08HYIO, AOMUHUCTPATMUGHYIO U 2DANHCOAH-
CKYHO OMBEmcmeeHHOCb.
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OT aBTOpA

B 310#i KHMTe COofIepPXKUTCA PsAA UICTOPHIA MALIMEHTOB, KOTOPbIX
s HaOmogas. YTtoObl COXpaHUTh BpaueOHYIO TaliHy, MHE IpHU-
IIJIOCh BHECTH B HUX 3HAUUTENIbHBIE U3MEHEHU I, TOPO 00be/In-
HsIs (paKThI M3 KU3HU JIBYX Pa3HBIX Jofei. Bee ctopun ocHOBa-
HbI Ha PeaJIbHbIX COOBITUSX, OIHAKO 51 OCTApPAJICS CHesaTh TakK,
YTOOBI MO ONMHMCAHUSM, MPUBEICHHBIM 371€Ch, HEBO3MOKHO OBI-
JI0 OTO3HATh HU OJHO KOHKpEeTHOe JuIo. VIcKiioueHns cocTaB-
JISTIOT CITyYau, Korjaa MHMopMaIys o maryeHTe yxe Oblia oOHa-
pPOJOBaHA B MEJULIMHCKOM JIUTEpaType, Toraa s OObIYHO COXpa-
HSII0 KJIIOYEBBIE JIEMEHTHI OIMyOJIMKOBAaHHOW BepcHH. §l Takke
M3JIaraio UCTOPUHN HEKOTOPBIX JTOJEH, KOTOPhIE He SIBJISLTUCH MO-
VMM MalMeHTaMu, B yactHocTH [xeccu ['enbcunarepa u MakkeH-
3u Kacesutel. O6a nociefHux ciuyvasi yke MOTyquId IIHPOKOe
ocgemienne B CMU. Nznoxenue 6uorpaduu Makkensu B 11-i
IJIaBe MPUBOAUTCS C BeJJOMa U COIVIACHS €€ POIUTEIIeHl.



IIpeaucaoBue
Konen — u HauaJo

['eHeTHke ciayvyaercs 3aHOCUTh MEHS B CAMbIE HEOXKUIAHHBIC
mecral. [Togsajt, HAOUTHIN COTHAMU AIIUKOB C MBIIIIAMHU. MedeThb

! INockonbKy 51 He coOMparIcsl MOCBSIIATh 3Ty KHUTY COOCTBEHHOH MepcoHe, TO He
HaIlleJT MeCTa B OCHOBHOM TEKCTe, YTOOBI MOsICHUTD 3T0.IlofmBasibHOE TIOMEIeHue C
MBILIAMHU — 3TO BUBapuil CUAHENCKON IIKOJbl BETEpPUHAPHBIX HayK B CHaHENHCKOM
YHHUBEpPCHUTETE, TJIe s POBEJI HEMaJIo BpeMeHH, paboTast Hajl CBOeH JuiccepTanieil. B
IMakucTan 51 e3111, KOra IPUHUMAT y4acTHe B ChbeMKaX TeJelporpaMMBlI 11 KaHala
Discovery. 9ta nepeziada gajneko He JIydIlasi, TO3TOMY He COBETYIO HCKaTh €€ B MH-
tepHeTe. Ho Grarogaps aToit noesake MHe BbINaIa pefkas ynada noossars B Jlaxope.
Tam 51 uMen BO3MOKHOCTb OCMOTPETh BEJMKOJIEIHYIO MeueTh baiaxu, menesp ap-
XUTEKTYpbl Benkux Morosos — eiBa Ji1 He caMoe ITPEeKpacHoe 3[1aHue, KOTOPOe MHE
JOBOIMIIOCH BUAETh. Mevers bajmaxu s noceraa B KauecTBe OOBIYHOTO TYpPUCTA, HO
41O Kacaetcsi MedeTH B 3anagaHoM CupiHee, TaM s ObUI C IPYTOM 1e/bl0. DTOT BU3UT
HPOXOIMI B paMKaX MOATOTOBKY MPOEKTa CKPUHWHIA HOCUTENBCTBA CPEAH Map, 3a-
KJIIOYMBIINX POACTBEHHbIe Opaku (r1aBa 11). Bo MHOTMX cTpaHax, B TOM 4ucIie OIHxK-
HEBOCTOUHBIX, KYJBTypa MOOIIpsieT OPaky MeXIy JBOIOPOTHBIMU OpaThsIMU U CECT-
pamu (B HEKOTOPBIX TAKXe BCTPEYAIOTCS Opaky MEX/Y ASAbsIMU M IUIEMSTHHHUIIAMH).
XOoT4 3Ta MPaKTUKA HE UMEET CTPOrol MPUBS3KH K pesTUrun (Opaky MeK1y Ky3eHaMH,
B YaCTHOCTH, PaCIIPOCTPAHEHBI CPeIy IMBAHCKUX XPUCTHAH), B 9TUX PErHOHaX Mpeood-
JIaiaeT UCIaM, | TS Hac ObLIO BaXKHO Mepejl Ha9aIoM HCCTeOBAHUS TPOKOHCYITBTH-
POBaThCsI C COOTBETCTBYIOIMMI PETMTHO3HBIMU U OOIIECTBEHHBIMU JIepaMi. Ml
¢ Moeii npusTteabHULEn 1 kosuteroit Kpucrunoit bapnoy-Crioapt B uncie Npouux BU-
3UTOB, CBA3aHHBIX C OATOTOBKON HCCIENOBaHNUS, IOCETUIN OJHY KPYIHYIO MeueTb. B
Jpyroii s1 moobiBan oxuH, 6e3 Kpuc. B Toif MeueTy st BCTpeTuI MMama ¢ JByMsi Hayd-
HBIMU CTENEHSIMU — BEPOSITHO, CAMOT0 0OPA30BaHHOIO YeJIOBeKa, KOTOPOTro MHE TOJIb-
KO ITPUXOAMIIOCH BUAETh, IIPUTOM JI0OPOXKeTaTebHOTO U OT3BIBYMBOTO. Tak Kak s caMm
3AIMUTIUT OHY JHCCEPTaIIo, MHE OBUIO TPYAHOBATO IOHSATH, KaK KTO-TO MOXET IO



B [lakucrane u eme onqHa Meuethb, B npuropojae Cugnes. baH-
KETHBI 3aJ1, B KOTOPOM COOPAJIMCh COTHU JIONIEH, PHYEM Tiepet
KQK/IBIM CTOSIT JIB€ PIOMOYKHU C SIJIOM.

OpnHako, Kak MpaBuio, B KU3HU TeHETHKAa HeT HUYero Tako-
0, YTO MOIJIO OBl ITOKA3aThCS CIIyYaliHOMY HaOIONATENIO0 9K30-
THKON. MBI MOCBSAIIIAeM MHOTO BPeMEHH COBEIaHUsIM U pado-
Te ¢ JokyMeHTamu. Kak Bce MeuKu, Mbl OCMaTpUBAEM MAIlUECH-
TOB B KaOMHeTax KJIMHUK WK OOMbHUYHBIX Manatax. CTaHaapT-
Hoe opucHOe 000pYIOBaHUE 3aHUMAET B HAIIMX JIA00OPATOPUSIX
HE MEeHbIIIe MeCTa, YeM BBICOKOTEXHOJIOTHUHBIe TpuOOphL. 1 na-
e TU PUOOPHI BHIIJISAAAT He CIUIIKOM Brieyanistione. [Topoi
Cpeiv HUX NonajfanTcs 0opasiibl (byTYpUCTUUECKOTO CTHJISA, HO
B OCHOBHOM Halile 000py/I0BaHUE SIBHO BBITIOJTHEHO B CTUJIE TIPO-
MBIIIIJIEHHOTO IM3aHA TUIA «yHBUIbIA CEPBIN SIIUK>».

U Bce xe BHEITHOCTh OOMaHuUMBa. B reHeTHKe MpouCXOoasT
YAVBUTEJIbHBIE BEIIU: TUXAasl PEBOMIOLUS yKe MPoU3Besia KOpeH-
Hble I3MEHEHH ST B HEKOTOPBIX 00JIACTSIX MEIUIIUHBI, 2 BCKOpE 3a-
TPOHET W OCTajbHBIe. B Onikaiiiivie roasl CeKBEeHUPOBAaHUE Ba-
IIIEro reHOMa CTaHeT OOBIIEHHOM TMpolielypor. Bemnvka BeposT-
HOCTb, YTO BbI MpojiesiaeTe ee OYKBAIBHO Ha JHSX, €CIU YKe He
nponenanu. Yepes3 ofHO-IBA AECATUIETUS Ballli TeHETUIECKHE
JaHHBle OYIyT 3aHOCUTHCS B KapTy JieYalliM BPavyoM, TakK Ke
KaK IMOKa3aTesid KPOBSIHOTO JIaBJIEHUs, BEC U Ha3HAUEHHbIE Jie-

COOCTBEHHOMY KEJaHUIO B3SIThCsI 32 BTOPYIO. [lociie BCTpeYn MHE TPEUIOKUIHA IKC-
Kypcuo 1o mederr. FOHOIIA B TOJICTOBKE C KAIOIIOHOM, KOTOPOMY IIOPYYHIIA ObITh
MOMM THJOM, TI030POBAJICS CO MHOII U, B3[JISIHYB Ha MEHS C HaJIEK/IOi, OUHTepe-
coBaics: «Bbl HOBOOOpaIIEHHBII ?»



KAapCTBEHHBIE TIPETapaThl.

CraHgapTHBIA BOMPOC, KOTOPHIM 3a/1al0T Ha COOeceI0BaHU-
ax: «Kakum Bbl cebs mpeacTaBiisiere yepes3 JecsAth Jetr?» Eciu
3aJaTh 3TOT BONPOC CMEUUAIUCTY MO MEJUIIMHCKON T€HETHKE,
TO MOKET CJIOKUThCSl BIIEUATJIEHUE, YTO Yepe3 JECATh JIET ITa
npoeccust OKakeTcsi BBIMUAPAIOIIEN — HE TIOTOMY, YTO T€HETH-
Ka YTPaTUT CBOE 3HAYEHUE, a, HAPOTUB, IOTOMY, YTO €€ 3Ha-
YeHue HEeMMOBEPHO BO3PACTET U BJIaJIeHUE ITOW 00JIacThIO 3HA-
HUIA CTaHeT 00s3aTesIbHBIM ISl KAXKOro Bpaya, Tak 4To MeJuK,
CTICIUATTM3UPYIONIUICS JIUIIL Ha TeHETUKE, Oy/IeT HUKOMY He Hy-
xkeH. [lomoOHble TpeacKa3aHus s CIBIILY YK€ MOYTH YETBEPTh
BeKa, HO Ceiluac OHM KaK HUKOT/IA aJIeKH OT TOTO, YTOOBI COBITh-
cs. B neiicTBUTENbHOCTH JIMIIIb HEMHOTOUMCIIEHHbBIE CHEUAN-
CTBl — B IIEPBYIO OYEPE/Ib HEBPOJIOTH, A TAKKE HEKOTOPbIE Kap-
JIOJIOT Y, SHJOKPUHOJIOTHY U T. I1. — OCBOUJIM TEHETUKY, OOJIBITINH-
CTBO K€ Bpayeil CIIMILIKOM 3aHATbl OCBOEHUEM HOBBIX JOCTUKE-
HUI1 B COOCTBEHHBIX O0JIACTSIX, YTOOBI TIOMBITATHCS YCIIEAUTH 32
Hamer. TeM BpeMeHeM YMCIIEHHOCTh Bpayey Hallled CIelrab-
HOCTH HEYKJIOHHO PacTeT, HO, TaK KaK M3HAYaJIbHO HAC OBLIO CO-
BCEM MaJlO, MbI MOKA €I11e, MOKHO CKa3aTh, HE CIIUIIKOM 3aMeT-
Hbl. Jlaxke y Ipyrux MeIuKOB MPEICTaBICHUs O TOM, YEM 3aHU-
MAaIOTCsl TEHETHUKH, 3a4aCTyl0 BECbMa CMYTHBI.

Tak yem ke Mbl 3aHMMaemcsi? Mbl HETUITUYHBIE MEIUKHU:
KpYT HAIMX NallMEHTOB HE OIPaHUYMUBAETCS OOHOM BO3PACTHOM
TPYNION WM JIIOABMU ¢ 3200JIeBaHUSIMU OMPEIEIEHHOTO Opra-
Ha. VlHor1a Mbl ydacTByeM B KU3HU JIIOJEH €I1Ie 10 TOrO, Kak OHU



Oy/IyT 3a4aThl, UHOTAA — JIO TOTO, KaK OHU poasiTcsi. Mbl HaOII0-
JlaeM MJIQJISHIIEB, ITKOJIbHUKOB U B3POCJIBIX, HAJICIOIUXCS 003a-
BECTHUCh IeTbMU. MbI 0OCTIelyeM JieyeK v OaOyIleK, ecid Ha-
CJIeICTBEHHOE 3a00JIeBaHKE MTPOSIBUIIOCh Y HUX B CTAPOCTU WU
€CJI HeOOXOIUMO OTCJIEUTH TIOJIOMKY T€Ha B CEMbE U OIpe/ie-
JIMTh, KTO U3 €€ YWICHOB NOABEP:KEH pUcKy. [lopoit cBoM nepBbIi
TEHETUYECKUI TECT YEJIOBEK MPOXOIUT yxke nocie cmeptu. Kak
ropoput Mou Kosutera JIsBua Mosart, Hamia padota COCTOUT B
TOM, YTOOBI COITPOBOXK/IATH Y€JIOBEKAa HE TIPOCTO «OT YTPOOHI 10
rpoOa» (Kak TeparieBT), a «OT CIIepMaTo30Ua 10 YePBsi».

To obmiee, 4To 0ObEAMHSET BCEX HAIMX MAIlMEHTOB, — 3TO,
pasymeertcsi, TeHbl, U B OCOOEHHOCTH HaCJIe/ICTBEHHbIE 3a00/1eBa-
Husl. Mbl nipiTaeMcs 1aTh OTBETHI Ha (PyHIAMEHTaJIbHbIE BOIIPO-
col. Kak ponuts 3m0poBoro pederka? Otuero y moero pebeHka
nipoOnemsl ¢ cepateM? [IposBUTCs M y MeHsT Xxopesi XaHTHHT-
TOHA, KaK y MOEro oTua u nexaa’?

3anaBasi MOAOOHBIE BOMPOCH, JIIOAU BIIYCKAIOT HAC B CBOIO
KU3Hb — HEPEJIKO B TIOPY HEMPOCTHIX MMEPEKUBAHUI, B TIOPY TO-
ps 1 yTparthl. 3a BpeMs Moel po(heCCUOHAIBHOMN AEATETbHOCTU
MHE BbIIaJ1a YECTh IPUHUMATh YYaCTUE B KU3HU ThICSY JIIOAEH.
K cuactelo a1 MeHs1, 3Ta 3Moxa TakKe cTajia MepruoioM HeObI-
BAJIOTO MPOPHIBA B HAIIIEM MIOHUMAHWUY TEHETUKU, BEKOM OTKPbI-
TH1, IOCTOSTHHO HAOMPAIOIIUX TEMII.

Ilyist MeHs1 HoBast snoxa Havasnack B cepeanne 1990-x rr. To-
r/1a s padoTasl Bpa4oM-OpAMHATOPOM B PEaHUMAITMOHHOM OT/Ie-
JeHun netckor O6ombHUIBI B CuyHee. Cpe MOMX TAIlMEHTOB



OBbLIT KPOILIEUHBIN MJIJIEHEIl — JIEBOYKA C BPOXKJIEHHBIM TIOPOKOM
cepara M 3aepXKKOi pocTa, KoTopast Kak OyaTo He Xkeaia Jibl-
I1aTh CAMOCTOAATEbHO. ’KM3Hb B HEll MOAIePKMBANIY arlapaTsl.

[Tpunum pe3ynbTaThl FEHETUYECKOTO aHAIN3a, U MOHAI00u-
JIOCh OPraHU30BaTh BCTpedy OOJBHUYHOTO CIEUAUCTA TI0 Me-
JMIIMHCKON TeHETUKE C POIUTENISIMU, YTOOBI COOOIIUTH UM O pe-
3ynprarax. Ha Takux BcTpeyax OOBIYHO MPUCYTCTBYET COTPYI-
HUK pEaHMMAallMOHHOIO OT/eleHus. Tak Kak Mo BoJjie ciayvast
TUM COTPYAHUKOM OKa3aJiCsl s, MHE MPUIILIOCh CTaTh CBUJIETE-
JIEM TOrO, Kak MOJIOJbIe OTell ¥ MaTh MOJYYaloT caMylo ropecT-
HYIO BECTb B CBOEH JKU3HMU.

TeM cambIM cHELIMAIMCTOM MO MEJUIIMHCKON T'€HETUKE OKa-
3as1ach TOKTOp AHHa T€pHep. BriociieacTBMM OHa BOIIUIA B YKCIIO
MOMX KOJUIer ¥ OmmKallmux Japy3edl. AHHA OTIMYAeTCsl OCTPO-
yMHUeM, 100pOTOH, MPEAaHHOCTHIO 1 KU3HETI00neM, OHa HeyTo-
MuMasi MyTeleCTBEHHUIIA, JII0OsIIasi MaThb, a TETepb U CBEpX3a-
6otmBast 6adymika. Ho B Ty mopy s 3HaJ ee JIMIIb KaK CTapiIylo
10 JOJDKHOCTH BO BpaueOHOM MepapXud, KaK yBaXaeMoro Crie-
LMAJIMCTa B Y3KOI M HE COBCEM MOHSATHOM MHE 00NacTy Meau-
LUHBI.

B omiuue ot MeHsi, AHHA He TIOMHHMT TOW Halllel TepBOu
BCTpEYH, MOTOMY UTO TOTZA €€ MBICTH 3aHUMaJIa TsDkenas 00s-
3aHHOCTb, KOTOPYIO €l IPEeACTOsI0 BhINOMHUTh. OHa npuiuia
CKa3aTh POOUTENISAM, UTO UX JI04b BCKOPE YMpET.

AHanu3 nokaszaji, 4rto y JeBOUYKM IPUCYTCTBOBAJA JIMIIHSS
korust 13- XpoMocoMbl — 3a00JieBaHUE, U3BECTHOE KAaK CHH-



apowm Iaray. ¥V pereit ¢ aTuM 3a6051eBaHMEM HU3KAs Macca Tesa
M 4acTo OBIBAIOT MOPOKHU CEpALA, Ae(PEeKTh pa3BUTHSI MO3Ta WM
Jpyrue HapylueHUs 310poBbs. VIX MO3r MOJHOLIEHHO HE (PyHK-
LIMOHUPYET, BIJIOTh JJO TOTO, YTO HE MOXKET 00eCHEeYUTh CIIOCcO0-
HOCTh HOPMaJIbHO Jiblnath. [lopasisiomnee OOMBIIMHCTBO Mila-
JeHueB ¢ cuaapomoM Ilaray ymupaer B nepBbIi rof )KU3HH, Ya-
11I€ BCErO — B MIE€PBbIE THU WX HEJAEM MOCIIE POXKICHUSA. Y TeX
HEMHOIUX, KOMY YAAeTcsl BbUKMTh, HAOMIONAIOTCS Tskenas yM-
CTBEHHAs OTCTAJIOCTh U JIpyrHie MpoOJeMBI CO 310POBbEM.

Jnarno3 oOBSCHST Bce MPOOIEMbI, ¢ KOTOPHIMUA MBI TTBITA-
JIMCh, HO HE MOTJIM CITPABUTHLCS, — & JIJIS1 MJIBIIIIKY, HE CIIOCO0-
HOM CaMOCTOSITEJIBHO [JbIIIaTh, OH MPEXAE BCEr0 O3Hayall, 4To
IIPOTHO3 HEYTEIIUTENbHbIN.

Tpyano npuHOCHTH Ty pHBIE BecTu. [loTpsicerne 1 ckopOb, KO-
TOpbIE MEPEKXUBAIOT POAUTENH, MTOTYUYUB TAKOE U3BECTHE O CBO-
eM peOeHKe, I'TyOOKM M HEBBIHOCUMBI JIs1 IIPUCYTCTBYIOIIUX C
HUMU B OIHOM KOMHate. OCOOEHHO TSIKENIO MPUXOIUTCS TOMY,
KTO BBIHYKJIEH COOOIIUTD 3Ty BECTh, OTYACTH M3-32 HEBO3MOK-
HOCTH OTJEJIAThCSA OT OLYIIEHUS, YTO 3TO OH — BAHOBHUK MX I'0O-
ps. ViHorna Bbl ycrieBaeTe y3HaTh U MOMIOOUTD JTIOJEN, KOTOPBIM
ceifyac mpuuuHsieTe 00JIb, HO, IaKe KOT/a peub UJIET O TeX, KOro
BBl BIIEPBBIE BUJUTE. .. 3TO HEMPOCTO.

[louemy ke TOT ciay4aid TOJIKHYJ MEHS Ha IyTh 3aHATUU Ie-
HETHMKOM, a He OTBpaTu oT Hero? I 1aBHeIM 0Opas3oM, s Iymaio,
MEHS BJIOXHOBUJI 1oaxo AHHBI. [IpsAMoTa 1 yBepeHHOCTb B Hel
YPaBHOBEIIMBAIUCH TETUIOTOM U TaKTUIHOCTHI0. OHAa OOBSICHU-



JIa, 4TO TAaKOE XPOMOCOMA, YTO 3HAUYUT UMETD JIMIIHIOI XPOMO-
COMY M YTO 3TO CYJUT MajiblKe. OIUH U3 POOUTENIEN CITPOCHIL,
MOXHO JIM MCIPaBUTh MpooieMy, yIaluB JUIIHIOKL 13-10 Xpo-
MOcOMY. AHHA TEPIENMBO Pa3bsICHUIA, YTO MpodiieMa KpPoeTcs
B KQXOH KJIETKe OpraHM3Ma peOeHKa, 4yTo Tak ObUIO C CaMOro
3a4aTvs U YCTPAHUTh 3TO COBEPIIEHHO HEBO3MOXHO. OHa City-
11asia, Koraa Hajio ObLIO CIyIIaTh, ¥ TOBOPHMIIA, KOTAa HA/IO ObLIO
ropoputh. OHa MoHUMaa J1000Bb poauTesel K Jouepu U 00Jb,
KOTOPYI0 OHM nepexkuBayiv. Ho He oaBasia J1okHbIX Hajaex/1. B
TOT JI€Hb AHHA IIPOJEMOHCTPUPOBAJIA MHE, KaK HAJJICKUT BECTU
ceOs1 Bpauy B IPOCTPAHCTBE, IJie MIepeceKaloTcsl HoBeIas Hay-
KA Y UCTMHHAs YeJIOBEUHOCTb.

BHyTpu Hac — nenas BceneHHass. BMmecTo ruiaHeTapHbIX CH-
CTEM B HEU KJIETKH, BMECTO 3BE3]] — KJIETOYHBIE A1pa, & BMECTO
IUIAHET, CITyTHUKOB, KOMET U aCTEPOUJIOB — MEJIbUAMIIIAE BHYT-
PUKJIETOUHBIE CTPYKTYpBL. [ €HeTHKa — rpaBUTALMA, CKPEIUISIO-
11as1 3Ty BCEJICHHYIO.

[esb MOEN KHUTM — ITOKa3aTh TYMAHUCTUYECKOE HAYAJIO B re-
HETHKE YeJIOBEKa Ha ITpUMepax UCTOPUM TeX, B UbEH KU3HU OHA
chIrpajia oco0o BaxHyIo poib. Eciii Bac MHTEpecyeT HayKa, cMe-
JIO YUTAMTEe Jajblile: FeHETUKA Ha IaHHBII MOMEHT camMasi yBJie-
KaTeJIbHAs U3 COBPEMEHHBIX HAyK, M HAa CTPAHULAX STOW KHUTU
BAaC KJET HEMAJIO HAYYHbIX CBEICHUM.

OpHako UCTOpUS TEHETUKH YeJIOBEKa — 3TO B [IEPBYIO OYEPED
uenoseueckas ucropust. OHa CKJIQAbIBACTCS U3 UCTOPUI JIIOJEH,
Ha ’)KA3Hb KOTOPBIX BJIMSAET FTEHETUKA, — HA CAMOM JIeJIe, KOHEUHO,



OHa BJIMsIET Ha BCEX, HO HA HEKOTOPHIX CKa3bIBaeTcs Oosee 3a-
METHO 1 0oJiee KEeCTOKO, YeM Ha BCEX MPOYMX. TO UCTOPHSI TOH
MaJIBILIKY, OOPEYEeHHO! C CaMOro MOMEHTa 3ayatusi. TO UCTO-
pus McclleJoBaTeIbHULIBI, KOTOpasi B CBOEH JJadOpaTopuu B3IVIs-
HyJIa B MHUKPOCKOII U MTPOYUTANA CybpOy I€BOYKH, 3aITUCAHHYIO
SI3BIKOM KJIETOK. DTO UCTOpUsI AHHBI — M MOSI COOCTBEHHas. DTO
VICTOPHSI JIIOJIEU, KOTOPBIE BIIEPBBIE Y3HAJIM, YTO TAKOE XPOMOCO-
Ma U KaKoe OHa MOKET UMETh OTHOLIEHHE K OOJIE3HU.

U moxet ObITh, B IEPBYIO OYEPE/Ib ITO UCTOPH S MOJIOABIX PO-
auTesiel, yOUTBHIX TOpeM, HO BOOPYKEHHBIX 3HAHUEM M ITOHUMa-
HMEM, KOTOpbIE 1A UM BO3MOKHOCTb CMOTPETH B Oyayliee.



1
IIpoie, yem Ka:xkercs

B uznooicenuu npogheccopa Képka zenemuxa — smo
npocmo, kax A, L[, I, T.
HIEHMAC KEPK?

Moii npyr u koyutera CTuB Yutepc, caM reHeTUK, HEPEIKO OT-
3bIBAETCS O JIOASAX TaK: «Y HEro MO3r pa3MepoM C LEJyIo Ij1a-
HeTy». MHOrue AymaioT, 4To /Jisi IOHUMAaHUsI TEHETUKU HYKEH
BECbMa BHYIIUTEJIbHBIA Yeperl. DTa JUCHUILIMHA CUUTAETCS MY/~
PEHOI. .. ¥ COBEPIIIEHHO 3ps1. [ eHeTHKe mpucyIla yauBUTEIbHAS
SICHOCTb. EC/IM K OKOHYaHHUIO CTapIIMX KJIACCOB Bbl JOCTATOUHO
XOPOIIIO IOMHUTE MaTeMaTUKy Ha ypPOBHE HAYaJIbHbIX, y Bac He
OyZeT HUKAKUX TPYIHOCTEH C MOHMMAaHUEM a30B TEHETHKH.

[ToueMy MeaMIIMHCKAs TEHETHKA CYMTAETCS TPYAHOW HAYKOM ?
Bo3M0)HO, BCero Jiuiib NOTOMY, UTO B HEM 3aJe1ICTBOBAHO MHO-
JKECTBO JIeTaJIell — ThICSYM BCEBO3MOKHBIX PACCTPOWCTB 3[10PO-
Bbsl, Pa3IMYAIONIUXCS [0 CTENEeHU TSKECTH, IPUYEM MHOTHE U3
HUX KOMOWHHPYIOTCS JPYT € ApyroM. YToObl Kak cieyeT pa3ou-
paTthcsl B HACJIEJICTBEHHBIX 3a00J1€BaHUSAX, HY’)KHO UMETh HEKO-
TOpBIE TIPEJICTABJIEHHS O TOM, KaK paboTaeT KJIeTKa, U 371eCh TO-
K€ OYEHb MHOTO TOHKOCTEU. DTO OTPOMHBIM MAacCUB MH(pOpMa-

2 BO3MOXHO, MOil CHIH HE COBCEM OeCIIPICTPACTHBIH KPUTHK. — 3decb u danee
npUMeUanis, agmopa, ecau He YKasaHo UHoe.



LIUM, OIHAKO KaX[Ibl{ €€ JIEMEHT B OTJAEJbHOCTU JOCTYIEH I
TIOHUMAaHUSI JTIOOOMY YEJIOBEKY.

Bot nokazarenbCTBO: €Ba JIM HE CaMO€ BaXKHOE B TEHETUKE —
910 cBsi3b Mexay JJHK u 6enkamu. OHO HamOMUHAET COOTHOIIIE-
HUE MeXly OyKBaMH U CIIOBaMU, HO YCHIPOEHO 20pa300 npouie.
@DaKThI TAKOBBI.

Benku 00pa3yloT OCHOBHOM «MaTepHas» OpraHu3Ma — OHU SIB-
JIAIOTCSA CTPOUTEIBbHBIMUA KMPITMYAMH KJIETOK M MEKKJIETOUHOTO
npocTpaHcTBa. Besikmil pas, korga BaieMy Opranu3My TpeoyeT-
Cs1 BBITIOJTHUTH KaKyI0-TO paboTy, OH mopy4aet ee Oenkam. Ecim
OBl BaIlIIM KJIETKaM TOHA/I00MIIOCh CKOHCTPYMPOBATh MaIlIMHY,
BCE €€ MEXaHUUECKUE U EKTPUUECKHE KOMIIOHEHThI COCTOSLIIU
ObI M3 OCJTKOB, KaK M Tapaxk, B KOTOPHIM BB €€ IMOCTaBUTe, — Je-
JIO He OTPaHMYUBAETCS TIOIBMKHBIMU JacTssMu. CaMu ke OesTKu
COCTOAT U3 AMUHOKMCJIOT.

JHK — monekyia 3, kotopas conepXut nHOpMaIyio. ITa UH-

3 Ecmm y Bac XBaTaeT TepIeHUs OCTUTATh XMMIYECKIE MOPOOHOCTH, TO BOT OHU.
UYeTslpe a30TUCTBIX OCHOBaHUs, Bxogsmwme B coctas JJHK, — 310 ageHuH, nurosus,
ryanuH U tamuH (A, 1, T', T). JHK — cokpalneHue oT «Ie30KCHPHOOHYKIICHHOBAST
kucaota». Kaxmoe ocHoBanue JJTHK umeer 6o oguHouHOE yrieponHoe Kombiio (1T,
T), 6o gBoitHoe (A, I') 1 mpHcoeIMHEHO K MOJIeKyJie caxapa Ae30KCHPUOO3bl U K
ocratky ¢ocOpHOI KUCIOTH; IPyIIa «OCHOBaHUE + caxap + ocTaTok (ocopHOU
KHUCJIOTHI» Ha3bIBAETCSI HYKJIEOTHIOM. HyKJIeOTHIBI COeIMHEHBI MK Ty COOOH B JUTHH-
HYIO LIETIOYKY 3a CUET CBSI3U MEX[y CaxapoM OJHOro Hykjeotuaa ¢ pocarom apyro-
ro; 3HaMeHHTas1 BOHasl ClIMpalib 00pa3yeTcsi, KOrja Kojblia OCHOBAaHUI NPUTSATHBa-
I0TCS APYT K APYTY BOAOPOAHBIMHU cBsi3aMU. L mputarusaercs k I' Tpems cassamu, A
k T — 1ByMs, M03TOMY B MECTax, IJie MHOTO [IUTO3HMHA U I'YaHWHA, ABOIHAS CIUpAJb
IUIOTHEE U ee TpynHee pasaenuTs. Eie oqHo BaXkHOE OCHOBAHUE, ypaLI, 3aMEHsET
tiMiH B PHK — prGoHyKJIEnHOBO# KHCIOTE, Y KOTOPOH HEMHOTO APYTroi caxapHbIN



(popmarus 3anucana andaBUTOM, COCTOSIIIAM JIMIIb U3 YEThI-
pex OykB: A, I, I', T. OHr 0003HAYAIOT A30TUCTBIE OCHOBAHUS
(aleHWH, TMTO3UH, TYaHUH U TU3UH COOTBETCTBEHHO); 9TO BAXK-
HBIE COCTABJISIONINE HYKJIEOTUAOB, XUMUYECKUX «KUPITUUUKOB»
HIHK. B ommune oT sI3bIKOB, HA KOTOPBIX Mbl TOBOPUM, SI3bIK
IHK copepxut Bcero 21 cioBo*. Kaxaoe u3 3THX CJIOB 3amu-
CBIBAETCSl TpPeMsl HYKJICOTHAAMH — 3TO TPUIUIETHBIA Kof. s
BaIero codeceqHUKa rnocieaoBaresibHocTh OykB AI'A o3Hava-
€T yTBEepIUTEIbHOE MekaoMeTre, oqHako Ha si3bike JIHK nocre-
JoBaresbHOCTh AI'A 03Ha4aeT aMMHOKHCIIOTY aprvHUH. B aTOM

OCTOB. 3BYUUT MYIPEHO, HO 3TO BCero Juiib aetanu. «/JHK — monekyna, koropas co-
JIepkuT nHpopMalyo. ITa HHQPOpMAL 3anrcaHa andaBUTOM, COCTOSIIMM JIMIIb U3
yetbipex OykB: A, LI, ', T» — BOT onpezenenne, JOCTATOYHO TOYHO OTPAXKAIOIIEE CYTh.

* Jlaguo, toT BOIPOC uymb-uyms cioxHee. [Ipexe Bcero oTMEeTHM, YTO Ha CaMOM
JieJie CyIIeCTBYIOT 64 crocoba 3amicarh 3ToT Habop u3 21 cioBa (4 BapuaHTa Iep-
BOW OYKBBI IOMHOXHUTDb Ha 4 BapyaHTa BTOPOHM U MOMHOKHTH Ha 4 TpeThei). 3HAUHT,
GOJIBILIMHCTBO CJIOB 00JMaJAI0T ANbTEPHATUBHBIMU BAPUAHTAMH HAIMCAHMUs, KaK eCld
OBl MBI MUCANU TIOTIEPEMEHHO TO 3Y0, TO 3yn. 1711 NEeBATH aMUHOKUCIIOT UMEEeTCs TI0
nBa Bo3MoxkHBIX kopa [JHK, mis BocbMu — 10 4eThIpe, Il OIHON aMHUHOKUCIIOTHI —
TpPH, a JJIs1 CAMOW MAJICHbKON aMUHOKHCIIOTHI — JICHITMHA — IIEJIbIX [IecThb. TObKO IBe
AMUHOKUCJIOTHI — METUOHHMH U TPUNTO(hAH — 00JIaJal0T YHUKATLHBIM HAIVCAHUEM B
IOHK. Tpems criocobamu oOo3Havyaercs «crom» — TAA, TAT u TT'A. KomOuHarus
ATT xoavpyeT METHOHMH, HO TaK:Ke U KOMaHAY «HayaTb». AMHUHOKHUCIOTA UCTEUH
COIEPXKUT Cepy, HO B CEJICHOLVICTENHE cepa 3amelleHa ceseHoM. Ecim ceneHa B 1o-
cratke (T. €. BBl HE HCIIBIThIBAETE €ro Jeduimra), To Tpuruier TI'A MoxeT 03HavYaTh
«CIofIa CEJICHOIMCTENH», a He «CTOI». Y JeloBeka OKoJio 50 6eIKoB, ComepiKaIux ce-
JICHOLIKICTEWH, — 3TO MaJiasi, HO BakHasi oJisl B opraHm3Me. CeleHOIMCTenH ObuT 00-
Hapy:keH Juuib B 1970-e IT., HaMHOTO [03Ke JPYyIrUX aMUHOKUCIOT. Ero nepBooTKpbI-
BarenbHMIA — OnoxuMuK u3 CIIA Tpecca Illtagrmen.OqHako, 4eCTHO TOBOpsi, BCe
BBIIIIECKA3aHHOE TOXE JIeTai. B CMBICTIOBOM OTHOINIEHUH OHU MAaJIo UTO JA0OABJISIOT
K TeKCTy I 1.



A3BIKE UMEIOTCS 0003HaYeHn 11 20 aMHHOKHUCIIOT, a 21-¢e cio-
BO O3HayaeT «crom». ['eH — 310 orpezok IHK, xomupyomun
OTpeJIeJICHHBIN OEJIOK, TO eCTh MOCJIeJOBATEIbHOCTh TPUILIETOB,
KOTOpble KOMaHAYIOT: «Clofia OCTaBUTh TUCTUWH. 3aTeM IJIU-
1uuH. 3areM npoiavH. OTIMYHO, a Terepb CTOID.

HykJieoTuisl MOXXHO TIPEICTaBUTh cebe Kak OyKBbI, aMUHO-
KMUCJIOThl — KaK CJIOBA, 3allMICAHHbIE MU, a TeHbl — KaK MpeJsio-
xenusi. Kaxnoe npeanioxeHne oObsCHSET, KaK CUHTE3UPOBATD
TOT WJIM MHOM OeJIoK, a Kakaas mojekyna JJHK conepxut MHO-
'O TaKUX MPEJIOKEHUNA. ITO UHCTPYKLIKS IO MTOCTPOMKE YacTen
OpraHu3Ma.

Bor oHa — (pyHmaMeHTaslbHAasi OCHOBA I€HETUKU. DTO KyJa
MPOIIIE, YEM HABBIK YTEHHUsI, KOTOPOMY Mbl YUYMM HIECTUIETHUX
nereit. Bonee Toro, HeT HEOOXOOMMOCTH TIO-HACTOSIIIIEMY YUUTh
3TOT SI3bIK — JJOCTATOYHO 3HATh, YTO TOT SA3bIK B MPUHIUIIE CY-
ujecmeyem, v IOHUMaTh, Kak oH ycrpoeH. [IpopaGoraB B ob:a-
CTU T€HETUKH CBbIIIE 20 JIET, 1 IOMHIO HAaU3yCTh JIUILb TPU-Ye-
ThIpEe CJI0Ba U3 3TOro Koja. OcTajbHble MOKHO MPH HEOOXOH-
MOCTH TIOCMOTPETh B TAOJHIIE.

B reHeruke HeT MOHATUM CJIOXHEE, YEM TE, C KOTOPHIMH BbI
TOJIBKO YTO IMO3HAKOMUIIUCH, TeM OoJiee eIl OHU BaM yike ObUTr
3HaKOMBI. OCTaJIbHOE — BCETO JIMIIb JETAIIN.

K cuacTblo, reHeTHKa He TOJIbKO ITPOCTa, HO U YBJIEKaTesbHA.
Bo3pmeMm, Hanipumep, XpOMOCOMBI.

Xpomocombl — MaTepuasbHas popma, kotopyto Hama JJTHK
MPUHUMAET BHYTPU KJIETOK, — BOUCTUHY Y/IUBUTEJIbHBIE CTPYK-



Typbl. CKOpee BCEro, Bbl YK€ BUJEIIM UX HAa KapTUHKAX, HO Ha
BCSIKMM CJTy4yall BOT IPUMEP.

g

D710 0COOEHHO YHAuHBIN MpUMep HAbOpa XpPOMOCOM — Belb
onr Mor. OZTHUM U3 HEOUEBUIHBIX IUTIOCOB MU3yUYECHUS TEHETUKU
B IIPEKHUE BpeMeHa Oblia BOZMOKHOCTh UCIIONIb30BaTh B Kave-
CTBE Iperapara JJisl UCCIIeJOBaHUI COOCTBEHHBIE XPOMOCOMBI, a
KTO OTKaXeTcsl OT Takoi Bo3MoxkHOocTH? Tenepp CTyaeHTaMm 3To-
IO He Pa3pelIaoT U3 OMACEHHUH, YTO OHU MOT'YT OOHAPYKHTb YTO-
HUOYIb U1 ceOs1 HexkenarenbHoe. JKanb. B cosepmannu co0-



CTBEHHOT'O TeHOMa Yepe3 MUKPOCKOIT €CTh HEUTO YPE3BbIYAHO
orpagHoe. MHe KaxeTcsi, T0 HEeMHOTO HAallOMUHAET MPOCMOTP
BHUJIEO3aNKCH pabOThl COOCTBEHHOTO Ceplia IMOoCe OIeparuy,
pUYeM pagy ChbeMOK He HY’)KHO BCKPBIBATh IPYAHYIO KJIETKY.

['eHOM — COBOKYITHOCTh F€HETMYeCKON MH(pOpMalMK Opra-
HU3Ma, ¥ OH UMEeTCs Y BCEro JKMBOTO — Y Bac, Y MEeHS, Y CJIU3-
Hs1, Y CHHETO KUTA, CAJIaTHBIX JINCTHEB, KOTOPBIE BB €JTH 3a 00e-
JIOM, Y MUKPOOOB MO HOITSIMU OOCITYKHMBAIOIIErO Bac OuUIIu-
aHTa’. [eHOMBI ecTb y OaKkTepuil, €CTh y MPOTUCTOB U TPUOOB;
€CTh OHM U Yy BUPYCOB. U y Bcex, HaUMHas1 OT OaKTEepHid U BHIIIIE,
TeHOM YIOpsIIOUeH B BUjie XpoMocoM. [1o KomMuecTBy XpomMo-
COM CYILIECTBYET OTPOMHBIN MEXBUIOBON pazOpoc, U HET YeT-
KOU CBSI3U MEKJy TeM, HACKOJBbKO CJIOKHO YCTPOEH OPraHu3M,
U TeM, CKOJIbKO Y HEro XpoMocoM. Y OakTepuil, Kak U3BECTHO,
BCEro OJJHA WJIM JJBE XPOMOCOMBI, HEOOJIbIIIHE, KOJBIEBON (DOp-
MBI. ¥ CaMIIOB YEPHOTO MYypaBbsi-OyJbJOra — CylIecTB ropaso
OoJiee CIIOKHO OPraHM30BAHHBIX, YeM OAKTEPUU, — TOXKE JIMIIb
omHa xpoMocoMa. A 'y 6abouku-ronyostHku Buna Polyommatus
atlantica — uenpbix 450 xpomocom!

XpoMOCOMBI, KOTOPbIE Bbl BUJUTE HA KapTUHKE, 3areyarsie-
HBI B BeChbMa CreliM(puyeckrii MOMEHT CBOETO CYIIIECTBOBAHUS,
a IMEHHO B TIporiecce JeJIeHus KJIETKH, KOTrJa X U3yJarh Jierde
BCero. XpoMOCOMBI YIIOTHEHBI U JIETKO Pa3JIMIUMBbI KaK OT/eITb-
HbIE CTPYKTYpbL. ¥ Jiofiel (Kak mpaBuiio) 23 mapbsl XpOMOCOM.
OHnHu npeacTaBisioT cooor 46 mHHBIX TOHKUX HUTer JJHK 006-

> Dy-y-y!



el MPOTSKEHHOCTBI0 OKOJIO 2 M, M TaKOW Habop mMmeercsl B
K104 U3 TPWJIJIMOHOB KJIETOK Ballero opraHu3Ma. Moxer 1o-
Ka3aTbCs, 4TO 2 M — 3TO HEMHOI'O, HO BCIIOMHUM, YTO B CPEIHEM
pa3Mep KJIETOUHOro sipa, Kotopoe coaepxut noutu Bcio JTHK
KJIETKH, BCETO IIECTb MUAMOHHBIX TOJIE METPA B TIONIEPEYHUKE.
Ecnu 6b1 siapo Obl10 pasMepoM c Bairy roctunyio, a JJHK Obuta
BEPEBKOM, TO Y BacC B TOCTMHOW OKazanoch Obl okono 1000 kM
BEPEBKM — JJOCTATOUHO, YTOOBI MPOTSAHYTh OT JIoHI0Ha 10 Bep-
suHa uim ot Can-Ppannucko ao [Hoprienaa.

Borpliryio yacTh BpeMeHH 9Ta BepeBKa He CoOOpaHa B KOMITAKT-
HBIE MOTKH, KOTOpPbIE Bbl BUIUTE HA PUCYHKE. JTO TOHKAs May-
TUHKA, KOTOpasi BbETCS, IPOHU3bIBASA S/IpO, IPUYEM HE KaK IO-
naJio, a yrnopsiAoueHHO: OHa OOepHYTa BOKPYT OEJIKOB, Ha3bIBa-
omuxcsa ructoHamu. Takoe coueranue JJHK u Genka Ha3biBaeT-
CS1 XpPOMAaTUHOM U CIIY’KUT OCHOBOM JKU3HHU.

IHK, kak u3BecTHo, HeceT nH(popMaIuo 00 opranusme. OHa
NEepeIaeT ee yepe3 MokoieHus u yepe3 Beka. Bama JIHK — pe-
3yJIbTAaT HETIPEPHIBHOM TIETIOYKU COOBITUH, KOTOPAs JTUTCS yXKe
MusuMapabl get. OHa Konupyercs pa3 3a pa3oM, HEYJIOBUMO U3-
MEHSIACh B XOJI€ ITOr0 MPOILIECCca, HAYABILIETOCs C NEPBBIX TPUMHU-
TUBHBIX KMBBIX CYIIECTB, KOTOPbIE BOBHUKJIM B KAKOM-TO TeIl-
JIOM, MEJIKOBOIHOM, JaBHO 3a0biToM Mope. JIHK mpornia yepes
MHOKECTBO Pa3HOOOpPa3HbIX (POpM — uepe3 MJIEKOMMUTAIOIIUX,
yepe3 MPeJKOB YEJIOBEKa, Yepe3 BCI0 UCTOPUIO YeJIOBEYEeCTBA —
BIUIOTH IO BAIIIETO 3a4aTvsl U HECET B ce0e MaMsATh O JIOJTOM ITy-
TerecTBUA. Mbl MOXEM YTO-TO 3a0bITh, HO T€HBI IOMHSIT BCE.



Ecmu BH Kakoe-To BpeMs mopadoTaere B 001aCTH TeHETHKH,
KaxJas XpoMOCOMa JIjIsi Bac MpUOOpeTeT CBOM OCOOBIN Xapak-
Tep — He TO YTOObI IMYHOCTh, HO HEKUI HA0OP aCCOIMAIVM, KO-
TOpbIE MPUXOAAT Ha YM, KOIZIa KTO-TO YIIOMMHAET Ty WU UHYIO
XpoMOcOMYy. Y MepBOil €CTh CBETJIbI YUaCTOK BBEPXY — €0 XO-
POIIIO BUJHO HA WJUTIOCTPALIUU. YJAIUTE TOT YYaCTOK Y OTHOM
U3 JIBYX KOIUH MPH 3a4aThH, W MOJTYIUTCS PeOSHOK C YMCTBEH-
HOHM OTCTAJIOCTBIO M XapaKTEPHOW BHEUTHOCTHIO: ITyOOKO moca-
JKEHHbIMU TJIa3aMHM M HU3KO PacIioyiokeHHbIMU yitamu. Ha 7-i
XPOMOCOME PaCMOJIOKEH F'eH MyKOBHCIIU/I032, 32 OTKPBITHE KO-
TOPOro, a TAK)Ke HayYyHOe MPU3HAHUE U Harpajbl BeJaach HACTOs-
1as ronka (modeauresneM cran Jlan-Yu Lyii®, kaHaackuii reHe-
TUK KATaWCKOTO MTPOMCXOXKJICHHS, HA TOT MOMEHT paOOTaBIIUIA
B Toponto). Ha 17-i1 MoxHO otbickarth BRCAI — onuH U3 re-
HOB, CBSI3AHHBIX C PAKOM MOJIOYHOM *kese3bl. VIcTopusi 0XOTHI 3a
BRCAI ne ctonb OnaroctHa, U ee MoCJeACTBUS BCe ellle ayKa-
I0TCSI B Cy[€OHBIX TMpOoIleccax Mo WHTEJIEKTyaIbHBIM TIpaBam 1
MaTeHTaM, a TAKXKE B KU3HM JIIOJEH. 15-g XpoMocoMa CBsi3aHa ¢
curpomom [lpanepa — Buinu u cunapomom AHresibMaHa, 1By-

® 310 Gbna oxecToUCHHAs MesKIyHapoHas TOHKa 3a nepBeHcTBo. Jlan-Yu Llyii pa-
6otan B TopoHTO, coTpynHmrdas cpeau npounx ¢ Ppsncucom Kommazom n3 CIIA.
CosmectHo ¢ Pycanom Jopdmanom Lyt omy6imikoBat cratsio «['eéH MyKoBHCIUIO-
3a: C TOUKH 3peHus Molieky sipHoi reHeTukn» (‘The Cystic Fibrosis Gene: a molecular
genetic perspective’), Ije OIIChIBAETCS] OTKPBITHE I'eHa U TPUBOJUTCS HEMAJIO NOpo0-
HOCTel ero CTpOeHus, — B 00IIEM, «BCE, YTO BbI XOTesu 3HaTh 0 reHe CFTR, HO 6osi-
JIUCh CIIPOCUTE». CTaThsl HEMHOTO CHEUAIBHOTO XapaKkTepa, HO eCIIF BaM HHTEPECHO,
OHAa HAaXOIUTCS B OTKPBITOM JOCTYIIE 0 afpecy: www.ncbi.nlm.nih.gov/pmc/articles/
PMC3552342/.


http://www.ncbi.nlm.nih.gov/pmc/articles/PMC3552342/
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC3552342/

MsI COBEpIIIEHHO pa3IMYHbIMU 3a00JIeBaHUSIMH, HABCET/Ia CIETI-
JICHHBIMU BMeCTe, CJIOBHO CTpaHHasi mapa B TaHlile. B uenoBeye-
CKOM I'eHOME eCTh YUaCTKH, IJie TeHbI IOMHST, OT KAKOTO U3 PO-
JUTesIeld OHM YHACIIEIOBAHbI, M BKJIIOYAIOTCS WJIA BHIKJTIOYAIOTCS
cOOTBETCTBEHHO. O/IMH TAKOM YYacTOK HAXOAUTCS Kak pa3 Ha 15-
1 xpoMocome. Xpomocomsl 13, 14, 15, 21 u 22 — akpoueHTpu-
YecKue: UX MepeTsHKKa pacroyiokeHa He MOocepeiuHe, a MOvTH
BIUIOTHYIO K OTHOMY M3 KOHIIOB. VIHOT/1a OHM CJTUBAIOTCS APYT C
JPyroM 3TUMH KOHIIAMHU — ITPOMCXOIUT TaK Ha3bIBaeMast pooepT-
COHOBCKasl TPaHCJIOKAalMs. Y-XpOMOCOMa — YMHUpAIOIiasi, CBOe-
ro poja MycTolllb, yCessHHAs TPyNaMu CIIOMaHHBIX TeHOB. B ee
CYIIIECTBOBAaHUU MIPAKTUUYECKU HET CMBICIIA, OTHAKO OHA BCE eIl
OapaxTaercs.

XPpOMOCOMHBIN aHANU3, WK KapUOTUIIUPOBAHUE, CTall Tep-
BBIM BUJIOM T€HETUYECKOro aHam3a. Jlo KapuoTUNMPOBAHMUS CY-
IIIECTBOBAJIN JIPYTHie MEAUIIMHCKYE aHATN3bI, TIO3BOJISBIIINE BbI-
SIBUTh HACJIE[ICTBEHHBIC 3a00JIeBaHUsI, HAIIPUMEDP MCCIIeIOBAaHNE
MO/ MUKPOCKOIIOM TOHKOT'O CJIOSI KPOBH 17151 TUATHOCTUKU CEP-
MOBUTHO-KJIETOUHOU aHemuu. Ho 3To ObLT NepBbIi uucmo reHe-
TUYeCKMi aHanu3. bosee Toro, 310 OBUT MEPBBIA U 0JTOe Bpe-
M$ €IMHCTBEHHBIN 2eHOMHbIL aHAJIN3 — UCCIIEJOBAaHUE BCEH CO-
BOKYITHOCTU T€HOMa OTAEJIbHOTO YeIOBEKa, MO3BOJISIONIEE BbI-
SIBUTh BCE OTKJIOHEHUSI OJIHUM MaxoM. DTo, TaK CKa3aTh, 0030p C
BBICOTBI IITUYBETO TIOJIETa, KOTOPOMY, 10 COBPEMEHHBIM MEPKaM,
HEJIOCTaeT TOYHOCTH, HO OH BBIIEPKaJl UCTIBITAHUE BPEMEHEM 1
B HAIlIY JIHU BCE €IlIe UCTIONb3YEeTCS.



Mens Bcerja 3aHUMAasio, Kak 4eJOBEYECKHUIl OIBIT HAJCTpa-
MBAETCS HAJl HOBOW TexXHoJorueu. Bo3pmem, Hanmpumep, aBHUa-
uuio. EaBa i He cpa3zy nociie u300peTeHus1 yrpasiisieMoro rnoje-
Ta B aBUALIMU C(DOPMUPOBATUCH COOCTBEHHBIE MTPOMKICHBIE UCTH-
HBI: «aBHAIUs1, HABUTAIWS, KOMMYHUKAIUS» '; «ObIBAIOT CTaphle
JIETYUKY, OBIBAIOT JIUXKE JIETYMKH, HO HEe ObIBAET CTAPHIX JIMXUX
JIETYMKOB»; «caMble OecIonie3Hble BEelU ISl MUJI0Ta — BhICOTA
HaJl CaMOJIETOM U B3JIETHO-TIOCAA0YHAS 110J10CA TI03aI1>.

To ke IPOUCXOIUT C IUTOr€HETUKOU (M3yYEHUEM X POMOCOM)
U JaKe C HOBEHIIMMU TreHeTHYecKUMH TexHonorusimu. Cyiie-
CTBYIOT U3BECTHbIE JIOBYIIIKH /IJIsI HOBUYKOB. « MBI Tak Bcer/a ae-
Jlay (M y Hac Bcerja Mojy4yajioch, Tak 3a4eM YTO-TO MEHSATh?)».
W xoTs1 3Ta 0071aCTh HAYKW MOJIOZIA, B HEW €CTh CBOU TPAIUITUM.

OpHa U3 COCTaBIISIONINX TAKOW TPAJULIMK — HA3BAHUS TEX WIN
MHBIX YacTeil xpomocoMm. [locMoTpuTe Ha KapTUHKY, U BBl YBU-
JUTE, YTO Y HEKOTOPBIX U3 HUX B OIPEIEIEHHOM MECTE €CThb I1e-
peTsiKKa. DTO LEHTpoMepa — CTPYKTypa, (PUKCUpyIOLasl U Ha-
IpaBJIAoNIas XpOMOCOMY BO BpeMsl KJIETOYHOro JeneHus. OnHa
HUKOTIa HE pacrioyiaraercsi CTporo fno HEHTPY XPOMOCOMBI, a
CJIEIOBATENIBHO, JIEJIUT €€ Ha KOPOTKOE IJIeYO U JIMHHOE IIJIeYO,
KOTOpble 0003HAYAIOTCSI, COOTBETCTBEHHO, OYKBAMH P U (.

[Touemy nmenso p u q? B 1966 r., Ha 3ape KapuOTUIHUPOBa-

7 [IpaBuna a1 neTyMKa B aBApUHON CUTYAIMK: aBUAIMs — BHAvaJle C/IeNaiTe Bce
HEeoOXomuMOoe, YToObl CaMOJIeT YAEpKajcsi B BO3MyXe; HABUTALUS — CIEAyIOMas 1o
BaXXHOCTH 3a/1a4a — COCTOUT B TOM, YTOOBI BBIYHCIIUT, IJI€ BHI HAXOAUTECH U TIE MOXK-
HO TPU3EMITUTHCS; KOMMYHHUKAIIUS — KaK TOJIBKO pellieHbl IBE TIepBble 3a/1auk, He0O-
XOIMMO CBA3ATHCS C TUCTIETYEPOM U APYTMMH BO3AYIIHBIMU CYJaMHU.



HUs, B Ynkaro Obuta co3BaHa KoHpepeHIus® aist oOCykIeHus
CTaHJAPTU3AIMY B ONMCAHUH XPOMOCOM. [locTaHOBMIIH, UTO KO-
POTKOE TIedo OyieT 0003HaYaThCsl OYKBOM p — OT (hpaHITy3CKO-
IO petit «MasileHbKU». OOCYKAaJICs BapuaHT 0003HAUYEHUsT OYK-
BOI1 S — OT QaHIVIMHCKOTO short «<KOPOTKUI», HO (DPAHITY3CKUIA 1I1-
ToreHeTuk JKepom Jlex€H ssBHO oOnaman qapom yoexaeHus. A
BO3MOJKHO, 3TO OblJIa TAKTHYECKASI YCTYIKA CO CTOPOHBI T€X, KTO
XOTeJI OCTaBUTh Ha3BaHKE JJIMHHOTO TUIeya 3a COOOI.

K Tomy BpeMeHH, Kor/ia Hac4yeT p yIaIoCh JIOTOBOPUTHCS, ykKe
OMM3MIach HOYb. AHITIOTOBOPSINUE YYACTHUKM KOH(EpeHIINH
J060UPOBAITM B Ka4eCTBe 0003HAUEHHUSI JUTMHHOTO Tieda OyKBy |
(ot long «ITMHHBIN» ), HO UM YKa3aJii, 4TO €€ TPYJAHO OTIUYUTh
ot mudpsl 1. HukTO He XoTen otnaBarh paniry3aM oda rieda,
TaK 4TO 0OCYKJEHHUE 3aIUIO0 B TYIUK. BIXO HaIlIe aHITMACK Ui
reeTuk Jlaiionen IleHpoys, mpemoKuBIIMI OyKBY  — MOTO-
My, 4YTO OHa He JaeT MPUBUJIETHI KAKOMY-JTHOO OIpeieIEHHOMY
SI3BIKY, & TAKKE IMOTOMY, UTO B IPYTror 0OJIACTH T€HETUKH CYIIle-
CTBYET 3HAMEHHUTOE YpaBHEeHHe p + q = 1° ¥ 110 aHaJIOruH 1J1e90 P

8 Bo03MOXHO, B CBA3U ¢ UTOraMu KoH(epeHmu 1966 r. cpen reHeTUKOB ObITyeT
MU, YTO 3TO MPOU30ILIO Ha [Taprikckoil KoH(DepeHLIMH IO BOITPOcaM HOMEHKJIATY bl
1971 r. Ognaxo, ec 0OpaTUTHCS K MaTepuasiaM MOCIeHeH, CTAHOBUTCS OYEBHIHO,
YTO K TOMY BpeMeHU 0003HaueHUs p/q yke yTBepauich. ToT ke Mud riaacut, 6yaro
OykBa q ObLTa BHIOpaHa MPOCTO Kak clieAyiomasi 3a p no andasury. 51 pacckasbiBat
3Ty UCTOPUIO CTYJEHTAM-MeMKaM MHOTO JIeT U HUKOTJa He YTpyXaan ceOst poBep-
KO (paKTOB, MOKA He B3sJICS 32 3TY KHUTY. [IpuHOIIy U3BMHEHUS BCEM, KOTO BBEIl B
3a0myKeHMe.

? Peun uiaeT o HOHyJ'[}ILIHOHHOfI T'CHCTHUKE, B KOTOpOfI BBIPDAXKECHUE P+ ( = 1 YKa3bIBACT
Ha TO, YTO CyMMa 4aCTOT BCEX aJenen — BepCI/Iﬁ OIHOI'0 I'eHa — B IOMYJIALIMU JOJIKHA



¥ TUIeY0 q Oy/IyT COCTABIIATH LIENTyI0 XpoMocoMy. Ha ToT MomeHT,
MO-BUJIMMOMY, BCEM YK€ OCTOUYEPTENA JUCKYCCHS, M YYACTHUKU
ObUTH pajibl BO3MOXHOCTHU YJIAaUTh CIIOP U OTIIPABUTHCS CHATh.
Pa3rianpiBas maedn XpoMOCOMBI, IMTOTEHETUKU HAYUYWIINChH
pacro3HaBaTh 3aKOHOMEPHOCTU PACIIOJIOKEHHUSI CBETJIBIX U TEM-
HBIX TOJIOC, KOTOPBbIE BO3HUKAIOT MPU B3aMMOJEUCTBUM Bellle-
CTBA XPOMOCOMBI C KpacUTENIsSIMU AJIs TpenapatoB. Bel moxere
YBUJIIETh 9TH MOJIOCKM HA MOMX XpoMocoMax. Mbl yxke paccMmar-
PUBAJIM BEPXHIOIO YacTh (KOHeII Tjieda p) 1-i XpoMOCOMBI; IpU-
0aBbTe K 3TOMY TOT (PaKT, YTO MIepBast XpPOMOCOMA — caMast KPyIi-
Hasi, ¥ Bbl 0e30MO0YHO ee ornpenenute. Terepb B3MISAHUTE HA
7-10 — 3T0O XpOMOCOMa CPEAHEr0 pa3Mepa C 3aMETHOW TEMHOM
TIOJIOCOM OJVKe K KOHITY Iiieva p. Bel yxe He criytaere 1-10 ¢ 7-
1 U CyMeeTe OTIMYUTh UX B Kyde Apyrux xpomocoM. [lozapas-
Js110! Bel HauMHaeTe ocBauBaTh MPO(ECCUI0 LIMTOTEHETHUKA.
Knaccudukaiys xpoMocoM 1o pazmepy, ot 1-1 10 22-i miioc
XpoMocoMbl X U Y (XOTs BHOCJIEACTBUM OKA3aJIOCh, UTO 21-5 Ha
CaMOM JIeJIe HEMHOT'O MeHbIIIe 22-1), a TaKKe 10 HAJTMYHUIO TOJIOC
U Oosiee TOHKMX pa3rpaHMYeHUi BHYTPU MOJIOC MO3BOJIMIIA CO-
CTaBUTh CUCTEMY aApecoB. XpoMocoMy | pa3aenniiv Ha y4yact-
ku 1p u 1q. Yuacrok 1p, B cBOW0O ouepenp, aenutcs Ha 1pl, 1p2,
1p3... ¥ T. 1., IOKa HE NOJTYYWINCh COBPEMEHHBIE aJpeca BPO-
ne 1p36.33 — Homep XPOMOCOMBI, IIJIEYO XPOMOCOMBI, MOJIOCA
(3), mog-nosoca (6), noa-noa-nojoca (3) u gaxe MNOA-MOA-TTOI-
nosioca (3). YeM Menpue etMHUIA, TeM 0oJiee BBICOKOE pa3pellie-

PaBHATBLCS efuHuLe. — IIpum. Hayy. peo.



HUe TpeOyeTcsi U TeM OOoJIbllie HYKHO MPOheCCUOHANIN3MA, YTO-
Ol ee pasmisiyieTb. Korma s Havasr 3aHMMaThCs TEHETUKOM, 3TO
ObUT OJIH U3 TJIABHBIX CIIOCOOOB TUArHOCTUPOBATh HACJIE/ICTBEH-
HOe 3a00JIeBaHUe: ONBITHBINA YYEHbId CMOTpEN B MUKPOCKOM U
3amMedan HeOOJbIIoe U3MEHEHNe — Yero-T0 He XBaTaeT, YTO-TO
JIMIIIHEE, YTO-TO HE Ha CBOEM MecTe. XOPOUIMH LIUTOI€HETUK
crocoOeH 3amevarh HeOOBIYaliHO TOHKUE OTIMYMS OT HOPMBI.

Korna s Hauan 3TUM 3aHUMAThCS, TO HE MOT' JJa)ke OTIIMYUTh
OJJHY XpOMOCOMY OT JIpYI'Oil, Beib BHyTPU KJIETKU OHU HE BBITSI-
HYTHI B JIMHEEUKY U HE Pa3JIOKEHBI [0 NTapaM — Ha MPEAMETHOM
CTEKJIe OHU BBITJISLIAT JIeKAIMMU KaK MMonajio, Moj BCEMU BO3-
MOXHBIMH YIJIAMH, 3a4aCTyI0 APYT Ha Apyre. YToObl cTaTh KBa-
T(UITMPOBAHHBIM IIUTOTEHETUKOM, HEOOXOIMMO KaK MUHUMYM
o[l IVIa3€Th B MUKPOCKOIT HA XPOMOCOMBI TOJT 9yTKUM PYKOBOI-
CTBOM CIIEIIMAJIMCTA, U TOTpeOyeTcsl elle He OIUH TOjI, YTOOBI
CTaThb HACTOSIIIIMM SKCHEepPTOM. A KOrga-HUOyAb — U BO3MOXKHO,
OYeHb CKOPO — Oyaroapst TEXHOJIOTUIECKOMY MPOrpeccy 3Ta pa-
00Ta M 3TH HABBIKM OKAXKYTCSI HEHYKHBIMHU.

Hemaityio posib urpaer To, CKOJIBKO y Y€JI0BEKAa XPOMOCOM-
Horo marepuaia. M30BITOK WM HEIOCTATOK MOXKET BbI3BATh CE-
PbE3HBIE TTOCIIENCTBUA. 32 UCKJIIOUEHUEM TIEPEKUTKA B JIALIE Y -
XPOMOCOMBI, 2 1-1 XpoMocoma camasi MaJieHbKasl, U TEHOB Ha HEer
MeHblIe Beero. M TeM He MeHee Haiuuue Tpex konuu 21-i1 xpo-
MOCOMBI BMECTO JIBYX BbI3bIBa€T CUHAPOM JlayHa — KOMILIEKCHOE
3a0osieBaHue, TIOpaXxalolee e/1Ba JIM He BCe CUCTEMBbl OPraHu3Ma.
Hannume ToiabKO ogHOM Komuu 21-i XpOMOCOMBI BMECTO JABYX



BOOOIIIE JIETAIBHO — IJIO IOrMOaeT yKe Ha paHHUX CPOKaX BbI-
HamvBaHus. ECTb psiji Ipyrux CMHIPOMOB, CBSI3aHHBIX C TIEJTbI-
MU XxpoMocomamu. Haripumep, y peGeHka ¢ iuiiHei koruvei 18-
1 XpOMOCOMBI BO3HMKaeT cuHIpoM DnBapaca'®!l, A uto Bieuer
3a coOOM JIuIHsAS Korusl 13- XpOMOCOMBI, MBI yXKe 3HaeM 2.

VY HBIHEIIHUX KapT XpOMOCOM JIojrasi ucropusi. B xoze paH-
HUX ITUTOJIOTMYECKHMX MCCIIEIOBAHUI YUeHbIe OOHAPYKHIIU, YTO
y KY3HEUMKOB UMEIOTCSI THTAaHTCKUE TePBUYHbIE MOJIOBbIE KJIET-
KU (M3 KOTOPBIX 00pa3yloTcs OO SIIEKIeTKH, MO0 criepma-
TO30M/IBI) U, COOTBETCTBEHHO, THTAHTCKHIE XPOMOCOMBI, YTO 00-
JIerdajio uX u3y4eHue B 3MOXY, KOIjia MUKPOCKOITbI ObLIM MaJio-
MOIIIHBIMU ¥ HEMPOCTHIMU B Ucronb3oBaHuu. K Havamy XX B.
YCTaHOBWJIY CBSI3b MEK/Iy XPOMOCOMAMHU M HACJIEICTBEHHOCTBIO.
Ho nuimb gecaTuieTrst CIycTsi 3T0 MHOTOOOeIIaIee Havaio
TIOJTYYWJIO TIPOIOJIKEHHE 1 TIOSIBUJIOCH TTEPBOE TBEPIOE JIOKa3a-
TEJIbCTBO CBSI3M MEXAYy XPOMOCOMaMH U 4YeJIOBEYeCKUMH 3a00-

10 Bneperie onmcan B xkypHaie «JlaHIeT», B cTaThe DnBapica M ero COaBTOpOB
«Hosprii cungpom tpucomun» (Edwards, J.H. et al. ‘A New Trisomic Syndrome’).
[pexHnue BoixopHble gaHHble — The Lancet 1960;1:787-90, ubine — The Lancet 1960;
275:787-90. ¥ xypHasa «JlaHuer», ocHoBaHHOTO B 1823 r., OBOJILHO 3allyTaHHas
UCTOPHS HyMepalii TOMOB, KOTOpasi He pa3 MEHsUIach.

1 Tony4nn Ha3BaHWe B YeCTh OPUTAHCKOTrO reHeTnka [xoHa XuiatoHa DaBapaca,
BIepBbIe omucaBiiero 3adonesanve B 1960 r. D10, BepoSTHO, MEPBHIA CiTydyai, KO-
IJ1a HacJleICTBeHHOe 3a00yeBaHKe ObLIIO OIMCAHO IO €r0 YCTAHOBJICHHO!N BHYTPEHHEH
MPUYHHE, A He MO HAOOpy XapaKTePHBIX MPU3HAKOB, IPUYUHBI KOTOPHIX OMpEIesAaT
JIUIIIb TIO3IHEE.

12 Xpomocomsl X ¥ Y B 9TOM OTHOIIEHUN HETHITYHBI — O0JIee TTOPOOHO 00 3TOM
pacckasaHo B I7aBe 4.



nepanusmu. Jlo cepeauabl XX CTONETHS He OBLIO JaKe M3BECT-
HO, CKOJIBKO XPOMOCOM Y 4esioBeKa. CUATaIoch, 4To UX AOJIKHO
ObITh 48, a He 46, ¥ Bce HAOJIOAATE] I HACUUTHIBAIM UMEHHO 48
XPOMOCOM.

Camblif 3HAMEHUTHIN MPUMEP OIMMMOKKU IKCIIEPUMEHTa, J1aB-
el 3aMeyvaresibHble Pe3y/bTaThl, — OTKPBITHE TMEHUIIMUTMHA
Anexcannepom Prnemunrom. GaemMuHr, OyayuH yxke U3BECTHBIM
UCCJIEJOBATEJIEM, 3aHUMAJICS U3yUYEHUEM 30JIOTUCTOTO CTapuiIo-
KOKKa. OH yexas B OTIIyCK, a BEpHYBIIUCh, OOHAPYKHUJI, YTO
B yamky Iletpu ¢ KyabTypoil OakTepwii, OCTaBIEHHYIO MM B
Jabopartopur (3HAMEHUTOM IAPUBIIMM B HEW OCCIIOPSAKOM),
MPOHMKJIA TJIECEHb M YTO BOKPYT KOJIOHUH TIeceHn 0Opa3oBa-
JIMCh YYACTKH, r1ie OaKTepuu OTCyTCTBOBaIN. DieMuHr noou-
Cs1 HEKOTOPBIX YCIIEXOB B UCCJIEIOBAHUY CBOWCTB MEHUIWILIIMHA,
B TOM YMCJIe MPEINPUHST POOKKE TIOMBITKYA BBIIEIUThH 3TO Be-
IIECTBO U pa3paboTaTh COCOO €ro MpUMEHEHUsl B MeAUIIMHE,
HO pelIuI, 4To JeJio, CKopee BCero, OecrepcreKTUBHOe, U 3a-
OpOCWII 3TO HaIpaBJICHUE UCCIIeOBAaHUNA. 3aa4y 10 CO3aHUI0
JIeKapCTBa, MPUMEHUMOI0 Ha MPAKTUKE, MPUIILIOCh OCYIIECTB-
JIATh IPYTUM — B IIepBYI0 ouepenp ['oBapny ®nopu (aBcTpainii-
y) u DpHcry YeitHy (OputaHily, ponusiiemycs B ['epmanum).
[Mpuuem, xotsa ®nopu u Yeitn paznennn ¢ Grnemunrom Hobe-
JIEBCKYIO IPEMUIO, UX BCIIOMUHAIOT KyAa pexe, yem camoro Pie-
MUHTA.

Kazanocek 6b1, Tao-Uny Cioii, KOTOPBI COBEPIIIII TAKOE XKe
CllydyailHOe OTKpBITHE, OKa3aBIllee O'POMHOE BJIMSIHUE HA BCIO



MEULIMHY, U KOTOPBIM K TOMY K€ CyMeJ YCIIEIIHO Pa3BUTh €TI0 U
JaTh eMy IpUMEHEeHHe, JOJKeH ObLT ObI CTaTh HE MEeHee 3HaMe-
HUT, yeM PnemuHr. OUH U3 Kalpu30B UCTOPUU HAYKH COCTOUT
B TOM, YTO HE BCEX NEPBOIPOXOILEB B PAaBHOW Mepe CJIABAT 3a
UX BKJIaJ] — BOT [IOYEMY BBI 3HaeTe, KTO Takor PJIeMHHT, HO e/1Ba
m cabiman o Croe.

[To npaBne roBopsi, 3T0 MPUCKOPOHO, NOCKOIbKY Cloil ObuI
HE TOJIbKO BEJIMKUM IEPBOOTKPBIBATEIEM B HAayKe, HO U 3aMe-
YaTeIbHON JIMYHOCTBIO; O HEM CTOMJIO Obl CHSITh XOTSI Obl OIUH
(priibm. Ha cante AMeprKkaHCKON KOH(PEPEHLIMU HUTOTEHETUKOB
¢ IMBHBIM ajipecoM chromophile.org ectb ero pororpacdusi. Ona
obuta caenana B 2000 r. B pykax y Crost TOBKO UTO yUpeKIeH-
Hag AKLI [Ipemusd BeAAIOIIEMYCS] IUTOTEHETUKY — HETIOHATHAS
cTekIsiHHAs mTykoBuHa. Ha cHumke Croil BRIIIAAUT OOPOMYII-
HbIM ctapuykoM. Ho 3a mosBeka /10 Toro, kak ObUT c/ieaH 3TOT
CHUMOK, OH ObLJI MOJIOJL I OJIEP’KUM JIyXOM IpUKJII0OYeHHi. B Ha-
yane 1950-x rr. Croit yexan u3z Kuras, coBceM HEMOXOXEro Ha
Kwuran Hamero BpeMeHu, u3ydarhb ILUIOAOBBIX MYLIEK (3HAMEHHU-
ToIi BUI Drosophila melanogaster, cTonb IOOUMBIN TeHETUKAMU,
B OTJIMYME OT ca/10B0J0B) B Texacckoii 1aboparopuu ucciieoBa-
Hus aApo3opun B Octune. Texac MHOTO 4yeMm 3HaMeHUT. B uucrne
ero gocronpumedaresbHocren Kocmuuecknii eHTp B XbIOCTO-
He, ctaanoH «KortoHn boyn», Mmuccus Anamo. Bynp mup ycrpo-
eH pa3yMHee, Texacckas JabopaTopus ucciieJOBaHUs Apo30(puI
3aTMuIa Obl CJIaBOM JTIOOYIO U3 HUX.

MHorue rofpl CiycTsi B «MUHH-aBTOOMOTpaum», OImyOIMKO-



http://chromophile.org/

BaHHOU B American Journal of Medical Genetics, Cioil BOCTOp-
JKEHHO OT3hIBAJICSI 00 OTKPHITOCTH AMEPHKH, B KOTOPYIO OH TPH-
€XaJl, U O TOTOBHOCTH KaXJOro BCTPEYHOro nomoub emy. OH
PacCKa3bIBAET, UTO 32 BCE BPEMsI JIMIIb OIUH Pa3 CTOJIKHYJICS CO
ciydaem pacusma. Ilo nyru ¢ IOra Ha kongepenuuio B Helo-
I'emnmpe Cront HapyIu paBuiia JOPOKHOIO JBUKEHUSA, pa3-
BEPHYBIINChH Yepe3 CIUIONIHYIO JIMHUIO Ha OKUBJIEHHOM Tpacce,
NOTOMY 4YTO MPOMYCTHJI CBOM MoBOpoT. OIuH paccepkKeHHbI
TaKCUCT MPUTOPMO3WJI M BbICKa3as cBoe MHeHue: «Kyna mperiib,
4yepToB KoH(peaepar!»

Croii mpuexas U3 TeXHOJIOTMYECKH OTCTAJION CTpaHbl, I1e aB-
TOMOOWIM OBLTH peAKOCThI0. M3 ITyOOKOro Thiia HAyKH OH Opo-
CHJICSI Ha TIEPE/IOBYIO B TEHETHUKE, TJIe €My MPENCTOSIIO YACPKH-
BaTh TIO3UIIUH B TeUeHHE OYITyIIUX JICCATUICTUI.

OmmbKka 3SKCrIepUMeHTa B JaHHOM Cliydyae MpOM30IUIa B
1956 r. u Obula CBsI3aHA C U3TOTOBJIEHHEM PACTBOPOB, HEOOXO-
JVIMBIX JIJI51 U3YYEHHST XPOMOCOM. ACCUCTEHT HEMPABUIILHO TTPO-
YUTAJ MHCTPYKLMIO U CIMIIKOM CHUJIbHO pa30aBHJI OAWH U3 pe-
aKTHBOB BOJIOM, TaK YTO pacTBOP MOTYUUJICS CIIUIIKOM CIaObIM.
OT 3TOTO KJIeTKU Pa30yXJId U XpOMOCOMBI pazaenuiuch. U ecin
paHbIlle OHU MPEJICTABAIM HA MPEIMETHOM CTEKJIe B BUJE CITy-
TAHHOT'O KOMKa, TO TeNepb MX CTAJIO ropasio Jierdye pa3inuyuThb.
Croii yXBaTUJICS 32 3Ty CYACT/IMBYIO CTy4allHOCTh, ONPEIENNI, B
YeM COCTOsIIa CTOJIb IPOAYKTUBHAS OIIMOKa '3 ¥ Kak BOCIpPOU3-

13 Emy norpe6oBaiock Tpu Mecsilia KpOHOTIBON PabOTH, YTOOBI, TOBTOPSIS ITPO-
1ecc 6ECUNCIEHHOE MHOXECTBO Pa3 U IOOUYEPENHO BHOCSI M3MEHEHHS Ha KaXIOM 3Ta-



BECTH JIaHHBII 3(P(EKT, a 3aTeM OImyOTMKOBAJ PE3yIbTAThI.

[Tourtu cpaszy nocne 3roro Ixxo XuH Yno (KOTOporo noMHsT,
10 KpailHel Mepe B Kpyry reHeTHkoB) U AnbOept JleBaH (0 Ko-
TOPOM TOYTH 3a0bLTN) CyMeTH MPUMEHUTh JTaHHBIA METOJ s
JIOKa3aTesibCTBA TOTO, UTO y yesnoBeka 46 xpoMocom, a He 48.
He ymes maxe npaBUIBHO cocuumanms XpoOMOCOMBI, HEJIb35 Ha-
JesITbCSl BBISIBUTh XPOMOCOMHBIE aHOMAJIMU. Tereph Takasi BO3-
MOHOCTb MOSIBUJIACh, U BCKOpe, B 1959 r., komaHaa ppaHirys-
CKHUX yUYeHBIX (TOT caMblil JIexEH, KOTOPbIi T0OOMpPOBaI OYKBY P,
coBMecTHO ¢ Maproii ['otbe u Paiimonom Typrnienom) cooOrmm-
Ja 0 JMIIHeN Konuu 21-i XpOMOCOMBI, OOHAPYKEHHON B KJIET-
Kax Jiered ¢ cMHApoMoM JlayHa. DTO IPOJIOKMIIO MYTh K OTKPbI-
THI0O MHOTHUX JPYTMX XPOMOCOMHBIX MaToyioruil. Yto ere Bax-
Hee, YCOBEPIIEHCTBOBAHME METO/IOB LIMTONEHETHKH a0 BO3-
MOHOCTb TIPAaBUJIBHO UAEHTU(PUIIMPOBATH OTAEBHBIE XPOMO-
COMBI U CO3[1aBaTh TOYHbIE reHeThueckue Kaprhl. [Ipoekt «I'e-
HOM YeJIOBeKa» ¥ JIbBUHAS JIOJIsl COBPEMEHHOM TeHETUKH 00s13a-
HBI CBOMM CYIIIECTBOBAHHEM OIUIOITHOCTH, JOMYIIIEHHO! B J1a00-
paropuu Crosl.

TeMm BpeMeHeM HACTYIWJI JOJITOXIAHHBIM MPOPBIB B U3YyYe-
Huu JJHK: B 1953 r. Beiuia cratess Yorcona u Kpuka (Ha oc-
HOBE 3KCIIEPUMEHTANIbHBIX JaHHbIX Pozanmua ®paHkiuH), rae
ornuceiBajioch crpoenue [JHK — 3HameHuTas 1BOiHas1 criupasib.
Nx pabora mponuna ceeT Ha cBsa3b Mexay JAHK u 6enkamu, o
KOTOPO FTOBOPWJIOCH B HaYaJie 9TOM IJIaBbl.

Ie, OoNnpeacmTh, YTO K€ IOIIJIO HE TaK, KaK OOBIYHO.



Tak coBmecTHbIMU yeunusamu Cros, YorcoHa, Kpuka u MHO-
JKECTBA UX MPEIIECTBEHHUKOB I€HETHKA JIBUTajlach BIEPE.



2
bankert B yects /IHK

Ho koe-kmo uz cmepmuvlx éce dice uiem
Ha npaseonom nymu mom ko4 31amoti,
Komopuvim 0sepu 6 eeurnocmv omnupaiom.

JI?KOH MUJIbTOH!4

S 3apyMunBO pasmIAabIBa ABE CTOSIIMUE NIEPEAO MHOU CTEK-
JITHHBIE CTOIIKU, HATIOJIHEHHBIE 10 cepeinHbl. OHU KpacoBaJInCh
Ha MaJIEHbKOH JepeBSHHOM MOACTABKE, pacrolaraBlIencs cpa3y
3a MOEH JecepTHOM JIOKKOU. ToT ke HaOop ObLT MPUTOTOBJICH
IUIl KakJIOrO, KTO CHJIEJ 3a CTOJIOM. §] ellie He JOIWII arepuTHB,
¥ MHE He 0COOEHHO XOTEeJIOCh Cpa3y XBaTaThCsl 38 3TH CTOIKH, HO
BMECTE C TEM B BO3JyXe BUTAJIO NIPAa3JHUYHOE HACTPOECHUE, U 5
HEBOJIHO MCHBITHIBAJ JIETKUI COOMa3H.

Brpouewm, gaxe K Jydiiemy, 4To HU 5, HU KTO-IMOO U3 TOJI-
bl TOCTEN B OFPOMHOM OaHKETHOM 3aJie OTeJisl He TIOJIANICS HC-
KyLIEHUI0. DTO napagHoe MeponpusaTie — 50-s rofoBIIMHA OT-
KpbITus aBoiHoi crimpanu JHK — npexacrano 6b1 B coBceM HHOM
CBeTe, eciy Obl KTO-TO U3 FOCTEeH OKa3ajicsl OTPaBJIEH.

1 Y3 mbech «Komoc». [ep. I0. Kopneesa. — Ilpum. nep.



banker B yects oTkpeiTUs JTHK cTas KyJpMUHAILIMOHHBIM CO-
obiTrieMm XIX MesxIyHapomIHOro KOHrpecca reéHeTHKOB, MPOXO-
ausiero B MenbOypre (ABctpanusi) B 2003 r. Ero opranuszato-
pamu ObUIM JTIO[M C KHMBBIM YMOM, HE CTPAIIMBIIMECS BO3MOX-
HBIX MOCNIEICTBUIA. B nTore nomyunscs He3a0bIBaEMBIi, MTyCTh 1
HEMHOTO PUCKOBaHHbBIM, Beuep. CTeHbl, UTO BIIOJIHE OKUAAEMO,
OBbLIM YBUTBI O'POMHBIMU CITUPAJISIMU U3 BO3YIIHBIX IAPUKOB.
ITpucyTcTBOBas, OOHAKO, M JEMEHT HEOKUJAHHOCTU: OTBEYA-
IOLIME 32 YKpALIeHUe 3aj1a COWJIM, MO-BUIMMOMY, YTO JBOWHAs
CIMpajb CMOTPUTCS HE CJIMILKOM BIIEYATIIAIONIE, TaK YTO B pe-
3yJIbTaTe UpPIIsiH/Ibl ObUTH CKPYYEHBI B BUJIE TPOMHOM criipaiiu 1.
®pancuc Kommns, pykoBoguTesb npoekta «I'eHoM yenoBeka»,
cnien nox rurapy Happy Birthday to You... reHomy uenoBeka.

W B nosepiueHue Bcero, nepej KaxIpM U3 rocTed CTOSUI s,

CripaBeiIMBOCTU pajid HAO CKa3aTh, YTO 3TO ObLIa Onectsi-
mas uaes (ecav He NMPUHAMATh BO BHUMAHUE MOTEHLIMAJIbHbINA
Bpen). OnHa U3 CTONOK cofepXkajia MOYTH TOTOBBIA IKCTPAKT
JHK pacrenus. B gpyroit Obu1 ocieaHuil peakTuB, HEOOXOAU-
MBIH [1J151 TOrO, YTOOBI 3aBEPIIUThH IKCTPAKIMIO. B Hauase Beve-
pa (BO3MOKHO, KaK pa3 BOBpPeMsI, UTOOBI U30ekKaTh HEMPUSATHBIX

15 TpoiiHast ClIPasb TOKE UTPACT BAXKHYIO POJib: KOJUIATEH, O[UH U3 OCHOBHBIX TH-
OB OEJTKOB, COCTABJISIIONINX HAIIl OPTaHU3M, UMEET CTPYKTYpY TpOiHO#H cripany. Ho
OaHKET-TO OBUI HE B YECTh KOJUIAreHa.



MOCJEACTBUI) BEAYIIMIA 1ajl HAM KOMaH/ly NepeuTh COIEePKU-
MO€ OJHOM CTOIIKH B IPyI'ylo — ¥ Ha Hamux rmasax JJHK Bemana
B ocaJjiok. OHa OblIa 3/1eCh, Mepe]] HaMH, — BoJIIeOHast CyOCTaH-
1M1, paii KOTOPOUW MBI BCE U COOPAJIHCh.

Br1 Mmokete cooctBeHHOpYYHO BhienTh [JJHK B momarmxmx
YCJIOBUSIX, UCTIOJIB3YS IOAPYYHBIE CPEICTBA (M3 KOTOPBIX SAOBU-
TO TOJILKO OJJHO). ['0BOPST, MOBapeHHbIE KHUTY XOPOILIO Mpoja-
I0TCS1, — TAK YTO BOT BaM peLENT.

Huzpeouenmor:

@ xy1yOHMKA (JIOCTATOYHO JBYX WJIM TPEX IITYK, B 3aBUCHUMO-
CTH OT pa3Mepa);

® BOjIa;

® coin;

@ XUIKOCTh JISI MBIThSI TIOCY/IBI;

@ venuuHcKui aHTrCcenTUK (70 Y%-HbI M30TPOIUIIOBBIT
CIMPT), MOKHO 3aMEHHUTh JEHATYpaToM (TEXHUUYECKUM CIUp-
TOM).

Hucmpyxuusi:

1. Pa3zBeaute ofHy YailHYIO JIOXKKY COJIM Ha TOJTYAIIIKU
TEIJION BOIBL.

2. JloGaBbTe B COJIEHYIO BOAY [BE YalHBIE JIOKKHU
KUIKOCTH JJIs MBIThbsI TIOCYIBl. Pa3mernBaiite akkypaTHO
(CcMech He JIOMKHA BCTIEHUTBCS).

3. [onoxute KiIyOHUKY B MMIIEBOI MaKeT ¢ 3aMKOM U
3aredataite. Kak criemyer pasoMHHWTE KJIYOHHKY pyKamMu
yepes Maker.



4. BreiiTe COJEHYI0 MBUIBHYIO BOLy B TaKeT ¢
KJIyOHUKO.

5. XoporeHpko niepemeriiaite. byabTe akkyparHbl, He
JOIYCTUTE BCIIEHUBAHUSI CMECH.

6. C nomortipio KohelHOro (puabTpa OTHEIUTE CMECH U3
MakeTa B CTakaH. YOemuTech, YTO B CTaKaHE JIOCTaTOYHO
kuakoctu. Ha naHHOM 3Tame jydile He WCIOIb30BaTh
BBICOKHMI Y3KUI CTaKaH, IIOTOMY YTO 3TO OCJIOXKHUT KU3Hb
NP 3aBEPILEHUH OIIbITA.

7. OCTOpPOXHO BJIEUTE CIUPT B CTaKaH IIO CTEHKE
B COOTHOLIEHHU MpuMepHO 1:1 ¢ KIyOHWYHOH CMeChIo.
Cnmpt oOpasyer cJIoil CBepxy.

8. Tenepn cmech sigoBuTa. He mieiite ee.

9. Haiite eir otrcrostbes. JIHK BcribiBeT HaBepx, B
CIIUPTOBOM CJIOH, B BUJIC JIMITKOW OEJION MACCHI.

Teneps, eciu yromqHO, Bbl MOKETE B3SITh IEPEBSHHYIO IITMAKKY
u nopuenuth e JHK u3 crakana. [lorpute ee Heckonpko pa3
O CTEHKY CTaKaHa — ¥ Bbl YBUJUTE UHTEPECHBIN I(PPEKT: KOMOK
Ha KOHLIE [IIaXKX YMEHBIIUTCSA. EC OCTOPO:KHO MOTSAHYTh €r0
BBEPX U3 PacTBOpa, OH PACTSHETCS OT MOBEPXHOCTH B IJTUHHYIO
TOHKYI0 HUTh. JJHK nunkas u npurom MOXET yKJIaabIBaTbCs Kak
TJIOTHO, TaK M cBoOOmHO. ITpu cokpartieHn cBOOOIHbIE BUTKU
JHK cxxuMaroTcst Tyke — oHa cimmaercsi cama ¢ cooou. «Hutp»
JTHK, koTOpyI0 BBl BBITAIIMIN U3 PaCTBOPA, HA CAMOM JIEJIE CO-
CTOUT U3 MHOKECTBA OTAEJIbHBIX HUTEH, KOTOPBIE CIUIUIACH APYT
C IpyrOM IpH BHITATMBAHWY U3 CTAKaHA.

A nacmossimenvrHo peKOMEHAYIO BaM MOIBITAThCS MPOAEIIATh



TaKOM OMBIT. ITO 0coOo0e OIakeHCTBO — 3HATh, YTO ACPKUIID B
pykax cyocranmumio xwu3HH. [1ycTh nake Ha BUJ U HA OITYIh OHA
HAITOMUHAET COILIN'©.

B tor Beuep Ha OGankere B yects JJHK B 1nieHTpe BHUMaHUS
obu1 @paHcuc KommH3 — He motomy, 4To Melt o rutapy (xo-
T U HEIUIOXO0), a NOTOMY, YTO PYKOBOAMJI MPOEKTOM «I'eHoM
YeJioBeKa». 3a TpM rofa /1o 3T1oro coobitus, 26 uors 2000 r.,
B bBenom nome TopikeCTBEHHO OOBSBMIIM O TOM, UTO UesloBeve-
CKMI1 TEeHOM CEeKBeHMpoBaH'’. MeponpusiTiie pOBOAWI Mpe3u-
nent CIIA Bunn KnunroH, a npembep-munuctp BenukoOpura-
Huu Tonu bidp yyacTBoBasl B HEM MO CITyTHUKOBOM CBsi3u. Kos-
JIMH3 U (PMHAHCUPYEMBI FOCYIAPCTBOM MIPOEKT «I €HOM yesnoBe-
Ka» pa3fieniv B TOT JIEHb CJIaBy C YacTHOM KoMmmnanuen Celera.
biarogapsi rpaHIMO3HBIM YCWJIMAM 3TOW KOMITAaHUU T10J] PYKO-
BOJCTBOM ee Ipe3ujeHTa Kpeitra Bentepa cekBeHMpoBaHue ye-
JIOBEYECKOI'0 F'eHOMa IIPEBPATUIIOCh B COPEBHOBAHUE, 110 UTOTaM
KOTOPOTrO KOMMEPYECKMM U HEKOMMEPUYECKUI ITPOEKTHI YCIIEII-

1
® Her, na BKyc s ee He IpoGOBaJL.

17 Ha caitre HaumoHa bHOI sadoparopuu Oyk-Pumx (www.ornl.gov) IOCTYIHBI 3a-
MeyaTesbHble JOKYMEHTHI MO MPOeKTy «[ €HOM 4esioBeKa» — MOJHBII apXUB MaTepua-
JoB 0 HeM. B wactHOCTH, pacimdpoBka npecc-koHpepeHuuu B besgom nome, cocro-
spiuerica 25 uona 2000 r.: web.ornl.gov/sci/techresources/Human Genome/project/
clinton!.shtml.Tyna cTouT 3anIsAHYTb.


http://www.ornl.gov/
http://web.ornl.gov/sci/techresources/Human_Genome/project/clinton1.shtml
http://web.ornl.gov/sci/techresources/Human_Genome/project/clinton1.shtml

HO ChI'PAJIi BHUYBIO.

KT0-TO CKaxer, 4To ¢ mpa3gHOBAHUEM HEMHOTO MOTOPOIU-
JIUCh, TOCKOJIBKY Ha TOT MOMEHT B TOCJIeJJOBATebHOCTA HYK-
JICOTUJIOB OBUIO O4YeHb MHOro npodenoB (He menee 150 000)
Y Hepacun(POBAHHBIMU B HEWl OCTaBAIUCH €Ille KaK MUHUMYM
10 %. B camom nene, 14 anpesnst 2003 r. cHOBa OOBSBUIIH O TOM,
YTO TMPOEKT Tenephb NEUCTBUTEIHHO 3aBEpIlieH, HO JIaXe TOorjaa
npoOestsl o-tipeskHemy Obuti. K 2004 1. ynanock 10OMThCS TO-
pazio Oosbiero, HO Bee ele octaBajcs 341 mpoden'®, u o cei
JieHb paboTa He COBCEM 3aKOHYEHA.

TeMm He MeHee Ha MOMEHT OObSIBJICHHS O CEKBEHUPOBaHUY T'e-
HoMa B 2000 r. ObLT MOTYYEeH XOPOIIWI MpeABaApUTEIbHBINA pe-
3yabTaT'® — M, CTPOro roBopsi, UMEHHO 00 TOM TOIJa U CO00-
WA, TO €CTh O 3aBEPIICHUM ITPEIBAPUTEIILHON PaCIIU(PPOBKHU.
B GonbIMHCTBE ClTy4yaeB MCCIIeoBaTeId MOTJIM OOpaTUThCs K
STUM JaHHBIM, PACCUMTHIBASI TIOIYUUTh MOAPOOHYI0 MH(GpOpPMA-
o 00 nHTepecyomem ux ydactke JJHK. Dto Obuto 3axBaThiBa-
I0lllee BpeMsi, U BCe ke Te U3 HAC, KTO 3aHUMAJICS KIIMHUYECKON
MEIUIIMHOM, MO-TIPEKHEMY He BIIOJTHE TIOHUMAJTH, JIJIs1 Yer0 HaMm

18 oxkman MekayHapoqHOro KOHCOPLMyMA [0 CeKBEHHPOBAHMIO Ue/OBEUYECKO-
ro reHomMa «3aBeplIEHHE SYXPOMATHYECKOr0 CEeKBEHMPOBAaHHUsS I€HOMa YeJioBe-
ka» (‘Finishing the Euchromatic Sequence of the Human Genome’. Nature
2004;431:931-45).

19" Moknan MeskyHapoIHOTo KOHCOPLIYMa 10 CEKBEHHPOBAHUIO YElOBEUECKOTO
reHoma «[IpeaBaputesbHOE CEKBEHUpPOBaHUWE W aHaIM3 reHoma uvesoBeka (‘Initial
Sequencing and Analysis of the Human Genome’. Nature 2001;409:860-921); Benrep
Jlx. K. u np. CexBenupoanue reHoma uesioBeka (Venter, J.C. et al. “The Sequence of
the Human Genome’. Science 2001;291:1,304-51).



MOXET MPUTOIUTHCS PacIMdpoOBKa reHOMa.

B onuH npekpacHeiid geHb Ha ucxonae 2001 r. Ham Ha kaden-
py MpHIIET MaKeT, KOTOPHIH HAMISAHO 3TO MOATBepawI. B Hem
ObLT TUCK C pacIM@pPOBKOIN YelI0BEYECKOro reHoMa, MpUCIIaH-
HBII HaM B niofiapok kommnanueit Celera. Mbl ¢ BooayIlieBIeHrEM
BCKPBUIM KOHBEPT, BCTABWIM JUCK B KOMIBIOTEP U MPUHSIIUCH
UCCIIeI0BaTh ero cojepskumoe. OIHAKO TYT JKe BIAJIM B CTYIIOP.
MbI OHATHUS HE UMEJIH, KaK YATATh MOTy4YeHHYI0 MH(POPMAIIUIO
¥ KaK COOTHECTH ee C JaHHBIMHU Hallux nanueHToB. Kak mozxe
BBISICHIJIOCH, TTOHAIOOMIIOCH ellle OOJIbIe JIECSTKA JIET, YTOOBI
paboTa ¢ TeHOMHBIMU JaHHBIMK CTajla OOBIYHOM COCTABJISIONIEH
B MPAKTHKE KIMHUYECKOH U Ta00paTOPHO-IUArHOCTUIYECKOM re-
HeTuku. Tereph s Kaxaplid paOoumii IeHb MOJb3YIOCh Opay3e-
pPOM reHoMOB, pazpadotaHHbM B KanudopHuiickom yHUBEpCH-
tere Canra-Kpyc (UCSC Genome Browser)®. B moeit padote
9Ta MporpaMma He3aMeHUMa.

Tak 4TO *e Tam, B reHome? UTo MMEHHO 51 MOTy HaWTH OJia-
rogapst UCSC?2!

Benoe kJjeikoe BeIecTBo, KOTOPOe Bbl U3BJIEKIIHN U3 KJIyOHU-
KM, COCTOUT U3 YEThIPEX BUAOB XMMHUYECKUX «KHUPIHUUYUKOB» —
HYKJICOTH/IOB, BAKHBIMA COCTABHBIMU YACTSIMU KOTOPBIX SIBJISI-

20 HoctyreH 1o anpecy: www.genome.ucsc.edu.EBporniefickas Bepcrsi Ha3bIBaeTCst
Ensembl Genome Browser, anpec: www.ensembl.org. X0Tsl 51 UCTIOJIb3YI0 B OCHOBHOM
6pay3ep UCSC, 310 mpOCTO JMYHBIE MPEANOYTEHH: 00a TeHOMHBIX Opay3epa Besu-
KosierHbl. OHU OECIUIATHO IOCTYIHBI JIIOOOMY, KTO STHM MHTEPECYEeTCsL.

2! Borocs, WCTOpPHSI MOMX 3alpOCOB B TOM T€HOMHOM Opay3epe MOKaKeTcs BaM
HECKOJIbKO CKYYHOI1.


http://www.genome.ucsc.edu/
http://www.ensembl.org/

I0TCSl a30TUCTbIE OCHOBAHUSI: A/ICHUH, LIMTO3UH, TYaHUH U TH-
muH?2. OHM 0003HavaTCs HaYabHbIMU OykBamu A, I, ' u T
(wmu A, C, G, T cooTBeTCTBEHHO). B ueioBeyeckom reHome rnpu-
MepPHO 3 MJIPI a30THCTHIX OCHOBaHUM. OOBIYHO OHU OOBEIHE-
HbI B apbl, nockosbky JJHK cymiectByer B (hopme 1BOIHOM crin-
payii. Dta ABOUHASA CIIMPaJb COCTOUT U3 JBYX OTACJIbHBIX HUTEH,
KOMIUIEMEHTAPHBIX APYr K Apyry. A (aJeHVH) Ha OJHOU HUTHU
COEJIMHSIETCSI BOJIOPOAHBIMU CBsI3sIMU € T (TUMUHOM) Ha Ipyroun
HUTH, a I (mro3un) — ¢ I' (ryaHnHOM), OSTOMY JIBOMHAsI CITU-
paJib BBIJISAUT TaK:

* QGattaca («['atTaka») — Ha3BaHue (UIbMA-aHTUYTOITUU
1997 r. o OymymemM TeHEeTHYECKHUX TEeXHOJOTUH, COCTaBJICH-
HOE MCKJTIOYUTENTHHO U3 HAYATbHBIX OYKB a30TUCTBIX OCHOBAHUI
HHK. — Ilpum. nayu. peo.

JlBe HWATM HaIpaBJIEHbl B IPOTHUBOMOJIOKHBIE CTOPOHBI — Y
IHK ectb HanpaBiieHre, CBA3aHHOE C TTOPSIAKOM €€ KOIMMPOBa-
HUS (TPAHCKPUIIIMK) ¥ TPAHCISILUKU NIpU chHTe3e OenkoB. Ilo-
9TOMY ITOCJIEJOBATEILHOCTD, KOMIUIEMEHTAPHAS MIOCIIEI0BATEb-

22 A takke caxapa ¥ CBSI3bIBaIOIIMe UX ocTatku hocopHoit kuciotsl. [Tonmpodree
cM. CrnioBapb TepMHUHOB. — [Ipum. Hayu. peo.



Hoctu ATTAIIA, Gyner mpounTaHa KJIETOUHBIM MEXaHHU3MOM
kak TTTAATLI, a ne LITAATT'T.

Tpu Muummapaa ocHoanum JHK — 310 yx)kacHo mHoro. Jis
HarJIAAHOCTH — BOT (DparMeHT FeHETUYECKOTO KOJla YeJIOBEKa:

FATTITTIAHAATATTAATATTTIOTTTTHATCCCTHATIATHAT
DA TTHO TTHH TTHHANTHTTALATTTTTATTTU L LHAAATT
FTTHTIUATTALOTITTITTIAAAATHATTHATTUTATAANLT
HAHTATHTTITTIATTAAITALUTITIHATINTALTIHUITITTAATILL

HUATTTAATTTTATALATTIATIATITITUHATUH U TATATIIIITI
IHNTITATTTTHTIATHTTAAILTTTTHIITIATTITAAATIIIHAATTIALL
HATTTITTTATIUTITTUTTTHHATATUTTTHITTITTIAALLATT

FTHATIHTITHATTHANAATTHTIHTTTAIITINIIATATIHHAATTTIT



TTATAATTIHTITHOTTITIIIIITATIIIIIIII TITTITTATII TTAITITAT
HIOTITATIUTHATITITATITTTITTITATTHATITITIHATIIATIL
OO T T T T THTI T AL TTATIIALTTAT I I LA T AT TTTEA
THATHIIIAT TIATTAAATITHHAAAATTIHITIIATIIIITITATA
CCAATTATUTTTITIAILAAATTUHATIATHTITTHALLINTATATIATILAT
HALDAATTHITIHATT TATTTITIAINTTITIIITTTIIITITTINDD
FTTITATATTHATTAILAN T TITITATTTIATTITTIITTILIIAT
FAALUTATATIATATHTITTHTITTIHATITATHITATATALATILTTTE
FTHTHOATTITHOATHTIOTTTHOANIDATUTTIIATTATTATIITALIAT
FTATTTUHTATTUHATTTIUITTUTHATTATTTITTUATITIAAT
OO ANTEILTTTITTIATAATTTIHALLATTITANIATTTAT
ATADANTAAITNHUTIAATTITTITITTUTIOTTTHINILTITALIILTE
TATAATTTTTITUTITITITATTTTUITIATHTITAATTATTAT
FAATTTITIOOTECETIONTECTIATHTIOTIIITIITIITALD
TATTTIATTATHTTUHUOTTTTATHATHOTHAATTTIHAAAATLIITD
HIOATHTHHOIATTAAAAANTAAAATTAAAALILTITIOTITAATAAT
TAAATTTIAAALTATAAAATTILINLITITATTAATTATILALLTILITLL
FETTIHH T TTEII P I ILATATILILC T T TTTITILIIATTILAT
TAATHTIOATTITHTIOATITATTTTITTIATITITHATATTILTIL
HAAAAITTITTITHTHTATHTIHTTITTANTAITATAAAATALLILT
FHATTIHATHTIATAAATINH TTINILIATAAAININTHTINTTTTILL
FHLTTTTATTTTIHAATATHATATTTTTUTITHTITIATILIITDT
TATTTITITIAILTIT T THATILTINILATTTALITTIICITTIDILTITTA
HAILTTAATITIINTTIATHOTITTAAAATIIHATITIATTTTINNIITA
ATHADATALIOTTHTITATTTAALTAITATALLINIIIILATLITIT LT ALL
I AT I TTTTHAIIIITATHHAATTAAILAILIITIINTTAAATITIEA
HAOTTAAAATTATUHTATTUTTITAATAAAAINNUTITHTHTITAT
THAUTTHUTUTIATTHTTTAAALAAAAIDAAAATAITITTTTITE
AT TTATATATATTITATTHATAL I IOTTTHOOTIINTTINIIIITLL
HUTHHOTTHOTHTHTTHHTAATTHATITHATTTTATTATIIIAT
HATAAALATTTHIATTHTHTHTH THTHTHTHTITILATTATTAT
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ITTATTIHATHTITHATAATITTTHTITHTTITITIAATTTTAALI

HAATTITATTTTTAAATIHATIITTIITIHTITILAATATATITATTIL
HAATIHITITAITAILTHIIATTATTTANTAILAIIAAAAILATITIIHTAT
THTUHTIATAAATTTATTTTITIHATATATAAAALALUTITUTTTA
ATTTTATITTTUTITTATTHATTAATTHATTTHAAATTTTTTLTTA
AATTTHAATTTIATTATTUATTATAAATITITACCCATTTTITATA

AATATAAATATATAUATHHTHTUTAATTIHUTIUTTAAAACIIATATTIAA

3TO O/IMH U3 MOUX JIIOOMMBIX YYaCTKOB F'eHOMa — KyCOYeK re-
Ha TBX20, chirpaBIiiiero 3Be3[HyI0 pOjb B MOEH JAUCCEpTalIUU.
Ecnu nevarars Tem xe mpudToM C TeM Ke UHTEepBaJIOM Ha Oy-
mare ¢opmara A4 (C OQHOM CTOPOHBI), TO JJISI pacrieyaTKy Bce-
T0 YesioBeuecKoro reHoma nmoHaaoources 781 250 muctos. [Jory-
CTUAM, KaXIbIi JiucT TommmHomi 0,1 MM; Torga Bam IoHa00uTCs
crornka Oymaru BeicoTOM Ooniee 78 M — HIke, yeM crarysi CBo-
601b1, HO BbIe, yeM CHIHEWCKUH orepHbIi Teatp. be3 kimoda
K pacummgpoBKe, KOHEYHO, Bce 3TO OyAeT JIUIb HAOOPOM HUYe-
ro He 3Havamux OykB. C KJIIOUOM 3Ta CTONKA OyMard OTKpOeT
HECMETHbIE HayUHble COKPOBHIIIA.

Tak 4to xe sBisieTcs kiaodom? M 4To CKpbIBaeTcsi B reHoMe ?
Kak BbIsICHSIETCS, KJIIOU TYT HE OJJVH, 3[€Ch HYKEH CKOpEEe LEeJIbII
Hab6op kmouer. JIHK cnocoOHa moBegath MHOTO MCTOPHIA, €CITA
YMETb UX YUTaTh.

MBpl yke TOBOPUIN B MPEAbIIYIIEH IJ1aBe, YTO HAIIA XPOMO-



COMBI 00Pa3yIoT Mapsl?® MPOCTO MOTOMY, YTO TOJIOBUHY T€HETH-
YeCcKOoW MH(OPMALIMK Bbl TIOJTYyYaeTe OT Mambl, a MOJIOBUHY — OT
narnbl. B cBOIO ouepe/p BbI MepeaeTe KakaoMy U3 JIeTell Takxke
MIOJIOBUHY CBOMX XpoMOcoM. Takum oOpa3zoMm, oJjHa KOMUSI 1ep-
BOI XpOMOCOMBI ITOJTyY€Ha OT MaMbl, Apyras — OT Hallbl, ¥ TaK CO
BceMu xpomocomamu. [lepBast xpomocoma camasi KpynHasi. Ona
COCTOUT MPUMEPHO U3 250 MJTH HYKJIEOTUIOB, U HAa HEW pacrona-
raercs cbiiie 2000 renoB. Camas MajieHbKasi, 21-s1, xpomocoma
cocTouT MeHee yeM 13 5O MIJIH HyKJIEOTH/IOB U COAEPKHUT TOIbKO
napy coteH reHoB. CkpoMHasi Y-XpoMocoMa JIUIIbh HEMHOTUM
JUIMHHEee, yeM 21-4, Ho B Hel Bcero okojio 50 reHos.

Kpome Toro, B KJIeTKe BHE KJIETOYHOrO spa Toxe ectb JJHK:
y Hac UMEeTCsl BTOPOil FeHOM, COBCEM KpollieuHbiil (Bcero 16 569
HYKJIEOTUAOB U 37 reHoB). OH HaXOOUTCS B CTPYKTYypax IoJ Ha-
3BaHUEM MUMOXOHOPUU — O HUX Peub MOUJIET UyTh MO3KeE.

Yro Kacaercsi TeHOB, TO O HUX Bbl, €3 COMHEHUSI, CIBIIIAIH,
Be/Ib 3TO CaMble U3BECTHbIE KOMIIOHEHThI reHoMa. Kak y:xe roBo-
PWIOCh, OHU UTPAIOT POJIb UHCTPYKIIUH, IO KOTOPOH KJIETKA CHH-
Te3upyeT OeJIKU, KOTOPBIE, B CBOIO OYEPE/ib, BBHITIOIHSIIOT MHOKE-
CTBO CJIOKHBIX 3a/1a4, HEOOXOAUMBIX KJIETKE, YTOObI BBIKUThH U
MPUHECTH TOJIb3Y BallleMy opraHuzMy. OQHAKO Te YYacTKH re-
HOB, KOTOPBIE TPAHCIMPYIOTCS IJIs CUHTE3a OEJIKOB, COCTABJISIOT
Jutib okosio 1-2 % reHoma.

VYueHsple 10 cuX MOp CHOPAT O TOM, ISl YETO HyKHa OCTallb-

2 3H€CL MOXHO NEPEIINCTATh CTPAHUIIBI Ha3a/l U CHOBa MOII000BATHCSI MOMMU Xpo-
MOCOMaMHu.



Has 4acThb '€EHOMA M HACKOJIbKO OHa HyxkHa. Cpenu Hekonupy-
IOIIMX OTPE3KOB €CTh TaKue, KOTOpble, OE3yCIOBHO, TOJIE3HbI 1
BaxkHbl. Harpumep, ieHTpomMepa — MeCTO NEPETSKKU Ha XPOMO-
coMe — HeoOXoMMa J1J1sl TOro, YTOObI MPH JIeJIeHUU KJIETKU KO-
UM XPOMOCOMBI HAITPABJISUIMCH Kylia UM mosioxkeHo. COol 3To-
IO IpoLIeCcCa HUYETO XOPOLIEro He cyauT. Ha KoHjax xpomocom
PAacIIONOKEHBI TEIOMEPBl — CTPYKTYPbI, 00pa3yioliye 3aiuTHbINA
KOJMa4yoK. Bo3MOKHO, BaM IPUXOAUIIOCH CIIBIIIATH MTECHIO OpH-
TaHCKOro KoMMKa bepHapaa bpeccnoy o ToM, 11 4ero HyKHbl
TIATKU:

ITsimKu HyogHcHbL, WMOO HOCKU He Cnadanu
H npu x00bbe Konybl Hoz He CIMpadai. . .

XpOMOCOMBI, KaK U3BECTHO, B HOCKAaX He XOJIAT, HO, KaK U HO-
ram, U3HOC KOHLIOB UM BpezieH. [lo mepe Barero crapenus te-
JIOMEpHL U B CaMOM JIeJIé U3HALIMBAIOTCSA, TIOHEMHOT'Y YKOPa4HU-
BasICh C KaK/bIM JeieHueM KieTku. [Ipu mHorux ¢opmax paka
OHU CTAQHOBSTCS CYieCmEeHHO KOpPOUe, YeM B HOpMe, I BOOO-
I1Ie MCYE3AaI0T, TAK YTO KOHIIBI XPOMOCOM OTOJISIIOTCS M CTAHOBSAT-
cA yA3BUMBIMU /1A ITOBpexaeHui. Kak HU cTpaHHO, 3aTeM ciie-
AyeT BOCCTAHOBJIEHHE TEJIOMEp: KOIja KJIETKU MepepoxkJaloTcs
B 3JIOKQYECTBEHHBIE, UX XPOMOCOMBI OOPETAIOT HOBbIE, YCTONYH-
Bble TesjoMepbl. OTYACTH MOITOMY PAKOBBIE KJIETKH CTAHOBSTCS
«0OecCMepTHBIMI .

XOTs y4yacTKM T€HOB, KOOUPYIOIMe OeIKHU, 3aHUMAIOT BCEro



1-2 % reHoma, caMy IreHbl COCTABJISIOT IIPUMEPHO YETBEPTH I'e-
Homa. CeKkpeT 9TOro HeCOBIAICHHS B TOM, YTO OOJIBIIIUHCTBO Te-
HOB IpeJICTaBJIsSIeT COOOM CMECh IByX Pa3HbIX TUIIOB HYKJIEOTH/-
HBIX T0CJIEJOBATEIBHOCTEN — MHTPOHOB M 9K30HOB. DK30HBI KO-
JIUPYIOT OEJIKH, TO €CTh X MOCJIEA0BATEIbHOCTH YKa3bIBAIOT, U3
KaKMX aMUHOKHMCIIOT CHHTE3MPOBATh OEJIOK, a TAKKe KOrjia Ha-
YMHATh U 3aBepIlIaTh CUHTE3. HarpoTuB, MHTPOHBI HUYETO HE KO-
JUPYIOT, Y, XOTA y HUX, HECOMHEHHO, €CTh KaKas-TO (DyHKIIUS,
HaM JI0 CHX TIOP He BIIOJIHE TIOHSTHO, KaKkasi UMeHHO?*. IHTpOHBI
MOTYT OBITh TIONCTUHE OTPOMHBIMHA — MHOTOTBICSTYHBIE TIETIOYKH
HYKJIEOTUJOB. VIHOrJa OHM HACTOJIBKO BEJIMKH, YTO LIEJIbIA I'eH
MOXET YMECTUThCSI BHYTPU UHTPOHA JIPYyroro reHa, OObIYHO Ha-
IIPaBJIEHHOTO B IPOTHBOIOJIOKHYIO CTOPOHY, HA COCEIHEW HUTU
JHK. JIBoiiHas crimpajib — yIuLa ¢ JByCTOPOHHUM JBUKEHUEM.

B npusenennom Boiie pparmente resa TBX20 MoxHO yBU-
JETh KaK 3K30HBI, TaK U UHTPOHBI. ZKHpHBIM IPU(TOM BbIIEIE-
HBI 9K30HBI, OCTAJIBHOE — UHTPOHBI. MOXHO yBUJETh J1axke KOe-
KaKye MHCTPYKIIMHY N0 paboTe reHoMa, 3aIMCaHHbIe TIPSIMO 31€Ch
B nocsiegoBaresibHocTr JIHK. B Havyane kax10ro MHTpoHa CTOAT

% Yspectna OZIHA XOPOIIO M3y4eHHas (PYyHKIMS UHTPOHOB — JAaBaTh T'€HY BO3MOX-
HOCTb CHHTE3WPOBaTh pa3Hble BAPUAHTHI OHOTO W TOTO ke OeyKa, MpUYeM WHOrJa
9TU BapUaHTHI CYIIECTBEHHO Pa3inYaioTcs 1Mo (hyHKIMSIM. DTO JeIaeTcsl MyTeM Tak
Ha3bIBAEMOT'O AJITEPHATUBHOTO CITIAMICKHTa — HEKOTOPbIE SK30HBI 331eHICTBOBAHbI He
BCEr/ia, Tak YTO ObIBAIOT MOCIIEI0BATEILHOCTH, CIIOCOOHBIE OBITh KaK 3K30HAMU, TaK U
UHTpOHaMHU. MHOTHe reHbl 00XOIATCS 63 3TOro BOOoOIIEe, HO HEKOTOPbIE OEKH IPH-
HUMAIOT MHOXECTBO (pOpPM B 3aBUCHMMOCTH OT TOTO, KaK MPOXOAMT crutaiicuHr. Ere
onHa (PYHKIHSI MTHTPOHOB — PETYJISATOPHAS: OHH TIOMOTAIOT OTPEENSATh, I1e U B KAKOH
MOMEHT TeHY ClIe[lyeT BKJII0YAThCSI.



HykJieotuabl ['T, B KoHIIE Kaxaoro uHTpoHa — Al'. Bmecre I'T
u Al" 06pa3yoT KJIIOUEBYI0 YaCTh YKa3aHUs 1Tl KJIIETOUHBIX Me-
XaHU3MOB, B KOTOpPOM coo0IaeTcs: «31ech MHTPoH. /s Oenka
HE HY)KEH — BbIpe3aTb» >,

Kakoii ke mpoleHT 4eloBeYecKOro reHoma AerCTBUTEIBHO
3anst genom? [lo mpaBae roBopsi, 3TO noka euje He U3BECTHO.
B centsa6pe 2012 r. B ogHoBpeMeHHO 30 HayuyHBIX CTa-
Te C pe3yJIbTaTaMHu OJHOTO U3 KPYIMHEUIUX MPOEKTOB — MPO-
exta ENCODE (ENCyclopedia Of DNA Elements — «9HIMK-
sorieaus snemMeHToB [THK»), sBisomerocss JanbHEUIIMM pas3-
BuTHEM «[ eHOMa uesioBeka». CorlacoBaHHOE B3aUMOJICHICTBHE
OrPOMHOT'0 YKCJIa yUeHbIX, Onarogapsi Koropomy cpasy 30 crarei
BHIIILJIO B CBET, CTAJIO HE MEHee YAUBUTEJIbHBIM TOCTHKEHUEM,
YeM caMU Hay4YHbIE JaHHbIC, IPUBEICHHBIC B TUX ITyOJIUKAIIH-
sx. [lo yTBepKJIEHUI0 YYaCTHUKOB MCCIIe0BATEILCKON T'PYIIITbI
ENCODE, 6butn packpbiTsl pyHkImn 80 % reHoma. Bonbias
YacTh €ro, Kak MpeArnoiarajioch, 3aHUMAETCsS] KOHTPOJIEM (PyHK-
IIMOHMPOBAHUST OCTAILHBIX YacTell — JOBOJBHO OIOpOKpaTuye-
CKUI 00pa3 KJIETOYHOW OUOJIOTHH. DTO 3as1BJICHUE CPa3y BbI3Ba-
JIO HEMaJIO KPUTHKHU, U CIIOPBI BCe elnle mpoaoskaioTcs. HegaBHo
BBIIIUIA CTaThsl, B KOTOPOU YTBEPKAAETCs, YTO (PYHKIIMOHAIBHO
b 8 % reHoma. Bot ato pazdpoc! He 3Haw, KakoB BepHBIiA
OTBET Ha caMoOM JeJie, HO 8 %, no-mMoemy, MajioBato, a 80 % —

25 310 HECKOTBKO ynpoiueHHoe usnoxenue. I'T u AI' — kiioyeBble KOMIIOHEHTbI
CHTHAJIa, COOOIIAIIEro: «31eCh CAlT CIUIaCUHIa», OHAKO OKPYKAIOIIMe UX HYyK-
JICOTU[IBI TOXE UMEIOT 3HaueHue. Eciu BBl XOTHTe y3HATH 00 9TOM O0JIbIIe, TO Ooree
TIOPOOHOE OMKCAHKE CBS3W MEX Iy TeHaMu U OeJikamMu cM. B pasziene [Ipruvedanust.



yxe nepedop.

M3psHas 1018 reHoMa Nox0ka Ha FeHETUYECKUM JIOM — 3TO
TeHbl ¥ MIPOYME SJIEMEHTHI, YTPATUBIINE CBOIO (DYHKIIMOHAIb-
HOCTb B XOjie 3Booluu. Harpumep, y Hac MHOTO reéHOB 0OOH -
TEJIbHBIX PELENTOPOB, KOTOPbIE MOJIOMaHbl U HUKAK HE JIENCTBY-
I0T: Ha OOJiee PaHHMX CTA/WSIX SBOJMIONUN HAIW MPEIKA HYX-
JQJTUCh B TOHKOM BOCHPHUSATUH 3aIIaX0OB, YTOOBI BBIKUTh, HO MBI
yXKe JaBHO OTJIMYHO CIIpaBJISIEMCSl, pacrosaras I0BOJIBHO CJa-
ObiM 0OoHsTHMEM. [ToaTOMy, KOT/Ia B IaHHBIX Te€HAX MPOU3O0IILIN
MYTAallii, 3TO HE BHI3BAIO MPOOJeM U TIOJIOMAaHHBI BapUaHT
npocto mnepenaics OyaylnMM MOKOJeHusiM. Bbl yHacnenoBaiu
COTHM TIOJIOMaHHBIX T€HOB OT POIMTEJIEN U B CBOIO OUEPEb I1e-
penanuTe ux Jajibilie, a MOKET ObITh, yKe TiepeJaliu — U OHU BCe
TaK e OCTaHyTCs HepaOOTAIOIIMMHU.

EcTbh Takke MHOro MOBTOPSIIOIIMXCS MOCJIEI0BATEIbHOCTEM,
Kak OyJTO He UMeIoIuX 0co0oro cMmbicia. iHorna BUpychl BCTaB-
js0T cBoto konuio B [JHK xo34uHa, 1 mo Bcemy reHoMy okasbl-
BAaeTCs pa30pOCaHO TOBOJIBHO MHOTO YYACTKOB, HATIOMUHAIOIINAX
JIPEBHUE BUPYCHBIE MOCnenoBaTesibHOCTU. Ecth yuactku [THK,
CKOITMPOBAHHBIE B XO/I€ TAK HA3bIBAEMbIX COOBITUI AYTUTUKAIHH.
Ecimu 4to-TO MMeeTcsi B IBYyX 9K3EMILISIpax, He CTPAIHO, €CIIU
OIVH U3 HUX CJIOMAeTCs, MO3TOMY B pe3yjibTaTre y Bac HEPEIKO
OKa3bIBAIOTCS JIBE BEPCUM T'eHa — padodass u Hepadoyas (IceB-
noreH). A eme B JJHK ectb Kycouku, KoTopbie, O-BUTUMOMY,
BO3HUKJIM KaK TPOCcToi modounbiid 3pdekt crpemenus THK
K CAMOKOITMPOBAHUIO: INIMHHBIE-IJIMHHBIE MOCIIEA0BATEIBHOCTH,



KOTOpBIE BHIIJIAAAT a0comoTHO OeccmbiciieHHbIMU (ATATATA-
TATATATATAT ...).

B o61mem u 11e10M 310 HaMm Kak OyAaTo oco0o He mernaeT. He
NOXO0Xke, YTOOBI YeJIOBEUECKUI TeHOM MOoJBeprajcs oroopy Ha
3 HEeKTUBHOCTD, & €CIIM TaKOW OTOOp U CYIIECTBYET, HA/l HAM,
OYEBU[IHO, ONIEPKUBAIOT Bepx ckJIoHHOCTh [JTHK k camokonupo-
BaHUIO U Pa3/IMYHbIe MEXaHU3MbI, IPUBHOCSIIUE B MOCIIEI0BA-
tesbHOCTh [JHK HOBBIE OTpe3ku. MHorue apyrue opraHu3mbl
OTJIMYHO ceOsl YyBCTBYIOT C TEHOMaMHU elie OOJBbIIMMU, YeM Y
HAcC, W, COOTBETCTBEHHO, TIpU ellle OOJIbIIel 01e mapa3uTude-
ckort IHK. Awme6a Polychaos dubium, xak yTBepX)aaioTr, oOa-
JlaeT TeHOMOM, 110 pazmepy Oosiee yem B 200 pa3 mpeBbIIIAIIM
Hail. Y oObIYHOTrO JIyKa TeHOM B MSITh pa3 OOJIbIIIe HAIEero, Ofl-
HAKO BCE K€ TO MbI €IUM JIyK (vin u3snekaeM u3 Hero JTHK),
a He Hao0opoT. B TO ke BpeMs reHoM phiObI (hyTy U3 ceMercTBa
UIIOOPIOXMX MEHbIIIEe HAIIero B BOCEMb pa3 — a pbhida Bce-Taku
YCTPOEHA HECKOJIBKO CJIOKHEE JTyKa.

HexkoTtopsle gaHHBIE, IO BCEWl BUAMMOCTH, YKa3bIBAIOT HA TO,
YTO CJIAIIKOM OOJIBIIION TeHOM OOXOIUTCS JJOPOro, Mo KpaitHein
Mepe B TpyAHble BpeMmeHa. EcTh Takoe pacTeHHe — TEOCUHTE,
KOTOpPOE€ CUMTAETCA MPeAKoM KyKypys3bl. B 2017 r. Beinuia cra-
Thsl, B KOTOPOW CPABHMBAIUCH T€HOMBI Pa3JIMUHBIX BUJIOB TEO-
CHHTE, PacTyIIMX Ha Pa3HbIX BBICOTaX. Y MHOTMX PAacTeHUH re-
HOMBI OTPOMHBIE, HO, KaK OKa3aJoCh, y TEOCUHTE YEM BBIILIE B
rOpbl, TEM MEHbIIIE TeHOM. ECiii Bbl )KMBETE B CYPOBBIX YCJIOBUSIX
BBICOKOTOPBSI, TO HE MOKETE TIO3BOJIUTD ceOe 3ps TPATUTh SHEP-



ruio Ha KonmpoBaHue JIHK, He BbITOMHSIONIEN HUKAKOH T0JIe3-
HOU paOOTHL.

MOXHO, KOHEUHO, JIOMYCTUTh, YTO y YEJIOBEUECKOTO TeHOMa
KaK pa3 HYXHbII pa3Mep U Kaxk/Iblid JIEMEHT B HEM BBITIOJHSIET
BakHYyI0 posb. OmHAKO To00HOE Yya0 MaoBeposTHO. CKopee
BCEro, Halll TeHOM JEHCTBUTEIILHO HECET 3HAUMTEJIbHOE KOJIUe-
ctBO «mycopHon» JTHK.

DTO HE 3HAYMT, YTO B UEJIOBEUSCKOM I'eHOME HEeT HUYEro MH-
TEPECHOro M yauBUTENbHOTrO. Korna s ToNbKO Havasa 3aHUMAaTh-
Cs1 TEHETUKOW, Mbl YBEPEHHO YTBEPKJAJIM, YTO TEHOM UEJIOBEKa
cogepxut okono 100 000 reHOB — Beb Mbl TaKW€ 3HAYUTEIb-
HBIE, 0COOEHHBIE CYIIIECTBA, a CJIEIOBATEIbHO, TEHOB Y HAC JIONIK-
HO OBITH MHOT'O, HE TaK Jiu? 3aTeM 3T ITUPHI TOIOJ3IN BHU3,
OHHM CTAHOBWJIMCh BCE MEHBIIIE... MEHbIIE. .. 1 MeHbIe. K Mo-
MEHTY 3aBepllieHus] TpoeKTa «[ eHOM uesoBeKa» YHCIO TeHOB
cokparuiochk 0 20 000 ¢ HebompimmM. OTYACTH ITO OOBSCHS-
€TCsI TEM, UTO Hallli TeHbl YCTPOEHBI IOCTATOUHO CJIOKHO U MHO-
rvé U3 HUX BBIMOJHSIOT HE OfHY 3aaauyy. MHorma 3Tto moapazsy-
MEBAET, UTO OJIHA U Ta XKe 3a/1a4a BBITIOIHSIETCS HEMHOTO MO-pa3-
HOMY: HaIpUMep, MBIIIIEYHbIH OeJIoK (hopMUpPyeTCs MO-pa3HOMY
B 3aBUCUMOCTH OT TOTO, HYKEH JIA OH JJIs1 CEPAECYHON MBbIILIIbI
WJIM 1151 OOBIYHOM. MHOrIa, OMHAKO, TOT Xe CaMblil OEJIOK MOXKET
BBITIOJIHATH COBEPILIEHHO pa3Hble (pyHKImuU. Takue Oeku Ha3bl-
BalOT NMOJUYHKIIMOHATBHBIMY 26, Harmpumep, onuH u3 ¢epmMeH-

26 B aHrImMiiCKOM sI3bIKE OHU HOCAT Ha3BaHHe moonlighting proteins, TO €CTb I0C/IOB-
HO — «0OeJIKY, 3aHUMAIoIHeCs ONPabOTKOM». — Ipum. Hayy. peo.



TOB — OEJIKOB, OTBEUAIOIINX 32 MPOTeKAHUE XUMUYECKUX Peak-
1WA, — UTPaeT TaKkKe BaXKHYIO POJIb, 00ECTIeUunBasi MPO3PaAYHOCTh
pOroBHLIe IJ1a3a.

Ho npumepHo TO ke camoe MOXKHO cKa3aTb O TeHOMaX MHO-
TUX JPYTUX OPraHU3MOB U AOCOAOMHO MO Jce — O TEHOME IIUM-
nanse. [llnvmnanze, B ocobeHHOCTH OOHOOO (OH ke KapTUKOBBIH
HIMMIIaH3€ ), HACTOJILKO OJTM3KM K HaM TeHeTUYEeCKH, YTO MapCH-
aHVMHY, BEPOSITHO, Mbl C HUMM IMOKAXXEMCS BCETO JIMILb Pa3Hbl-
MU TIOIBUJIAMU OJIHOTO Y TOT'O K€ >KMBOTHOrO. K 1mmmnanse mMbl
Omke, yeM appuKaHCKKE CIIOHBI K a3UATCKUM, TaK YTO TPYIHO
OBbLJIO Obl BAHHUTH HAIIIEr0 BHE3EMHOI'O TOCTSI 32 OILITHOKY.

Otkyna Mbl Bce 310 3HaeM? brnaronaps npoekty «I'eHom ye-
JIOBEKa».

Korna 6wt 3a/iymMmaH npoeKT «[ €eHOM 4YesioBeKa», OH Ka3aJics
HEBEPOSATHO aMOMITMO3HOU ujeeli. CekBeHMpOBaHa ObLIa JIUIIb
MaJiasi yacTb FeHOMa. B OCHOBHOM MblI pacrosiarajy 4emM-To Bpo-
Jie KOHTYPHOH CXeMbl, a TOUHee, KapThl. Bam yacto npuxoaurcs
CJIBIIIATH BHIPAXKEHUE «KAaPTUPOBAHUE TEHOMAa», UMEHHO C 3TOTO
TeHeTUKU ¥ HaurHaM. Ho B HaIllM THU T€HOMBI OT/IEIbHBIX JTIO-
JIeil He KapTUPYIOTCS, TIOCKOJIBKY 3TO YK€ MPOJEIaHO (BaM BE/lb
HE HYKHO COOCTBEHHOPYYHO COCTABJISATh KapTy EJIOro paioHa,
9TOOBI HAUTHU Yel-TO JoM). ['eHeTndyeckast Kapra He TIOXOXka Ha
KapTy ropojia, y Hee He /1Ba U3MepeHHsl, a TOJIbKO OJHO — MECTO-
nonoxenue Baoiab HUTH JHK, oGpasyomeit xpomocomy. Uto-
Obl COCTaBUTH MOJOOHYIO KapTy, HY)KHA CEpUsl MAPKepOB — re-
HETUUYECKUX JOPOXKHBIX YKa3aTeseH, MOpsIoK KOTOPbIX OTHOCH-



TEJIbHO JIPYT Apyra U3BECTEH. DT YKa3aTesn COCTOAT U3 y4acT-
koB JTHK, KoTOpbIe MOKHO KaKUM-JTO00 06pa3om 6e30mrnO0YHO
pacrio3Harsb. JlonycTuM, y Hac ecTh TpU Takux Mapkepa — A, Bu
C. Eciu MBI cOCTaBUM reHETUYECKYIo Kaprty ¢ yuetoM A, B u C,
oHa OyJiet coziepkarh HH(POPMAIIHIO KAK MUHIMYM O TOM, B Ka-
KOM TOPSAKE OHU PACIIONIaralTcs BAOAb XpoMocombl — A-B-C,
a He A-C-B, Hanipumep, 1 He Kak-11u60 uHaue. Eie nyyine, eciu
yKazaHo, uyTo A, B u C pacrosnoxeHsl Ha IepBOi XpOMOCOME, a
HE Ha JIIoO0oM JIpyroi. A camas rmojie3Hast KapTa — Ta, Ha KOTOpOu
OTMEUYEHO, HACKOJIBKO AAJIEKO OHU OTCTOSIT APYT OT JApyra.

[NepBbie Takue KapThl ObUIM COCTABJIEHBI B Hauasle XX B. IS
apozodui. K 1922 r. Ha yeTbipex MyIIMHBIX XPOMOCOMax Obl-
JIM ONpeJieIeHbl TeHbl, OTBevatolye 3a pa3purue S0 pa3InuHbIX
npu3HaKkoB. Bo Bcex ciyyasx peus 111a 0 (pU3MUeCcKuX pasinym-
SIX MYIIIEK, KOTOpbIe MCCIIeI0BaTe b MOT HAOMIOaTh HETIOCpe/I-
CTBEHHO. MyIIIKM ONUCBHIBAJIMCH 110 MHOKECTBY Pa3HbIX ITPU3HA-
KOB U CKPEILMBAJIKCh C MYIIKaMH, CTOJIb € TIIATEIbHO OIMCaH-
HBIMM, a 3aTEM HMCCIIEI0BAJIOCH MOyYMBIIEECs TIOTOMCTBO. DTO
ObLJ1a KpOIOT/IMBasi, TpyaHasi padoTa, HO OHA JlaJia HaM OOIIHp-
Hble (DyHIaMEHTaIbHbIEe CBE/IEHH I O TeHETHKe, CHAO/I1/1a HaC UH-
CTPYMEHTaMHU, IPUMEHSIBIIMMUCS Ha MPOTsKeHUHU Bcero XX B.
Y ChIFPAaBLIMMH KJIIOUEBYIO poJjib B ycriexe nmpoekTa «['eHom ve-
JIOBEKa».

B yactHOCTH, O1HA U3 IEPBBIX KapT X-XPOMOCOMBI Jp030(hu-
JIbl BBIIVISIZIENA TaK:



Ha 3TOM Kapre y O3HAYaeT XeNTyl OKpacKy Tena (aHrJl.
yellow), w — Gernble r1a3a (aHII1. white), v — KpacHbIe T71a3a (aHrJ.
vermillion — «<KUHOBapb»), a M — MUHUATIOPHbIE Kpblibs. Kap-
Ta MOAPA3yMEBAET, UTO KeNTasi OKpacka M Oeble I71a3a TECHO
B3aMMOCBSI3aHbl — OHU C OOJIBILIEN BEPOSITHOCTHIO HACIEAYIOTCS
BMeCTe, — TOTIa KaK YMEHbIIIEHUEe KPBUIbEeB CKOpee HacIeayeTcs
B CIIETKe C KPAaCHBIMU IJ1a3aMH, a He ¢ OenbiMu. laHHasi KapTa
COCTaBJIEHA ellle OTHUM IOUTH 3a0BbITHIM TeHueM, Anbdpenom
CrépreBantom, B 1913 r., korma emy Obu1 Bcero 21 roa. B Ty
Mopy OH padoTaJI Moj, PyKOBOJICTBOM BeJIMKOTrO TreHeTnka Toma-
ca XanTta Moprana. CTépreBaHT, IOX0Xke, ObLJT ByHAEPKUHIIOM:
K 21 rogy OoH yke MMeJl IJIMTEIbHBINA OIBbIT U3yUYEHUsl HACIe/l-
crBeHHocTu. Ha Moprana rnpou3sBesio 0oJbIloe BrieyaTieHue To,
qTo, eie Oyayun moapoctkoMm, CTEPTEeBaHT HaMKcasl CTaThio O
HACJIe[IOBAaHUU JIOIIAIMHBIX MACTEl, OCHOBBIBASICh HA HaOMOIe-
HUSIX, C/IeJIaHHBIX B AeTcTBe Ha ¢epme orua! CrtaThsl BbIILIA B
Hay4HOM XypHase, Mopran npemnoxun CTépreBaHTy padoTy y
ceOs1 B 1abopaTopuu, a JaJIbHENIIIee YKe TPUHAAJICKUT UCTOPHU.



Konen 03HaKOMUTEJLHOI'O
¢dparmenra.

Tekct npenocraBieH OO0 «JIutPec».

[IpounTaiiTe STy KHUTY LIEJIMKOM, KYIIUB TOJIHYIO JIETATbHYIO
Bepcuio Ha JIutPec.

Be3ormacHo oriaTuTh KHATY MOKHO OaHKOBCKOH KapToit Visa,
MasterCard, Maestro, co cuyera MOOMJIBHOTO TesiehOHa, C TiIa-
Te)KHOro TepMmuHaia, B cajoHe MTC wmm Cesa3HoOHM, uepe3
PayPal, WebMoney, Aunexc./lensru, QIWI Komenek, 60Hyc-
HBIMU KapTaMu WK APYTUM YI0OHBIM Bam crioco6om.
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