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Beeoenue

B Ilpupone xuBble OpraHu3Mbl IPECTaBICHBI B 00JbIIOM pa3HooOpa3zun. C TeyeHHEM BpeMEHU
u3yuyeHue OMOJIOTHYECKUX U OMO(U3NYECKHX OCHOB Pa3BUTHS )KUBBIX OPraHU3MOB CTAaHOBHTCS HEAOCTA-
TOYHbIM. BO3HMKaeT ecTecTBeHHAsI MOTPEOHOCTh Y3HATh OCOOCHHOCTH BO3PACTHBIX U3MEHEHUH, 0COOEH-
HOCTHU TIPOSBIICHUS NPUCHOCOOUTENBHBIX PEAKIMN JKUBBIX OpPraHu3MoOB B cpene obutanus. [1om100HBIX
BOIIPOCOB CETO/IHS BO3HUKAET oueHb MHOT0. OIHU U3 HUX 3aTParuBalOT TEMbI KU3HENEATEIbHOCTH, IIPO-
CTbI€ OTBETHI Ha KOTOPbIE MOKHO MOJIYYUTh TOCPEICTBOM HAOIIOACHNUS 32 €CTECTBEHHBIMU IIPOIIECCaMU B
pUpose. A Ipyrue BOIPOCHI, KOTOPBIX CTAHOBUTCS BCe OOJIbIIE HA IYTH IO3HAHMSI, BCKPBIBAIOT MOTPEO-
HOCTb M3y4eHUs HH(POPMALIMOHHOTO 0a3uca XKHUBBIX OPraHU3MOB.

Hanunuue xopomio oTiaxxeHHOW NpUPOIHON Iporpammbl (OPMUPOBAHUS KMBOW MaTepuu Mopa-
’KaeT MaclITaOHOCTBhIO M JETAJISIMH UCHOJIHEHUS OYEHb CIOKHBIX IporeccoB. C 3TO TOUKM 3peHHs OT-
KpBITHE T€HOMa, 0 KOTOPOM TaK MHOI'O T'OBOPUJIM B CPaBHUTEJIPHO HEJAJIEKOM IPOLLIOM, CTAaHOBHUTCS
pELIAOIUM 3TAllOM B IOHUMAaHNUU TBOpYECKUX IIaHoB [Ipupons.

['eHOMHBIE KOHCTPYKLIMU, HHAY€ 0Opa3HO T'OBOPS - MPOrpaMMHbIE MOAYJIU pabOTalOT OT POXKIe-
HUS J)KUBOTO OpraHu3Ma. YUMThIBas HaJIM4YMe BHELIHMX HPOSBIECHUI cpebl OOMTAaHUS U , €CTECTBEHHO,
BO3MO)XHOCTH CYILLIECTBOBAaHUS KOHKPETHOTO BHUJA KMBOIO, TAKH€ MOAYJIU MOCTOSHHO BO300HOBIISIFOT
TKaHEBbIE CTPYKTYpPbI, OPraHU3yIOT pabOTy CEHCOPHBIX CHCTEM, 3aIyCKaIOT CIOXKHBIE MOBEIEHYECKHE
MIPOLIECCHI U LEJIbII psAJ IpYruX padoT, IUisl KOTOPhIX BaKHOE 3HAUYEHUE UMEET YETKOE yIpaBJICHHE.

C no3unuu KuOEpHETUKH, KaK HAyKH YIPaBJICHUS, BAXXHOE 3HaYCHHE NMPHOOpETAET IIaCT 3HAHUMN
3asiokeHHbIN [Ipupomoit. YrpasiieHrne B )KHBOM OpraHu3Me CTPOUTCA 1Mo Habopy mponenyp. OmHu mpo-
LEeAYpbl UMEIOT MOCTOSIHHBIN PUTM MCIIOJHEHHUS, I/I€ PE3YJIbTaT MHOIOKPAaTHO TUPAXKUPYETCs B IIPOLIECCE
KU3HENEATENBHOCTU. Jlpyrue nporpaMMHbIe MOJYJIN PEATU3YIOTCS CTPOTO B OIPEAEIEHHOE BpeMs pas-
BUTHUS OpraHu3Ma. JTO TaK Ha3blBaeMble OMOJOrHYecKue yachl. Tak MPOMCXOIUT 3amycK (U3UOITrnYe-
CKHUX MPOLENyp, NICUXO(PU3UOIOTMUECKUX peaklUii Ha (aKTOpPbI CPEIbI.

C ToukM 3peHHs NPAKTUK CErojiHs Ba)KHO HE TOJbKO yMETh (PMKCHUPOBATh 3TH IPOILIECCHI, yCTa-
HABJIMBAaTh T'€HHBIE aJbSHCHI - OTBETCTBEHHBIE 332 T€ WJIK MHBIE IPOrPAMMHBIE MOAYJIH, HO U HAYYUTHCS
IIOHMMATb TH MPOLIECCHI.

B mpencraBneHHOM MaTepualne A U3y4€HHUs B JAKOHMYHOM (popmare W3JI0KEHUs, aJanTupo-
BaHHOM K TE€XHHYECKOMY 00pa3oBaTeIbHOMY MOTEHIMANY, IPEICTAaBICHBI OMMCAHUS CIOXHBIX €CTECT-
BEHHBIX MPOLIECCOB C YYAaCTUEM T'€HHBIX CTPYKTYp. O3HAKOMIJIEHHE C TAaKUM IPOLIECCaMU MIPEICTABICHO B
TOM 00bEeMe MaTepuall, KOTOPBIN MMO3BOJISIET CHOPMHUPOBATH YCTOHUKMBOE HHPOPMALIMOHHOE IPECTaBIIe-
HUE 0 TeHOME, KaK Habope MPOorpaMMHBIX MOAYJIEH.

Crnenys ycTaHOBHMBIIMMCS IPEACTaBICHUSIM O NMPOrPAMMHOM MOZYJIE, COAEPIKALLEM OTACIbHBIE
HCIIOJIHUTENIbHBIE MPOLEAYPbl U IUKIBI, (popMHUpyeTcs MpeACTaBIeHHEe O XPOMOCOMHOM Habope, ¢par-
mentax J[HK. [lo coBpeMeHHBIM MpEACTaBICHUSM - UCIHOJIHMUTENbHBIE MPOLEAYPbl T'€HOMA, MO00HbI
TEKCTY, OOBIYHOMY MUCBbMEHHOMY TeKCTy. Clelysl 3TUM MpEeJCTaBICHUSIM MHOTOYMCIIEHHbIE HCCIIe10Ba-
HUS TEHOMA MPOBOASATCS C UCIOJIb30BAaHUEM Pa3HbIX 1O CI0KHOCTU MH(OpMAIMOHHBIX Mozesei. Peanu-
3alMI0 3TOM 3a/layMl Ha MPAKTHKE MPOBOJAT CHELMAIUCTBI, 3HAIOLINE TEXHOJIOTUH BbleNeHus (pparMeH-
toB JIHK, ymeromue npoBoAuTh aHaNu3, CTOJb BaXHBIH MpHU (POPMHUPOBAHUU JHMArHO3a U HA3HAYCHUU
TEpaneBTHYECKUX MPOLENYP.
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1. Ypoenu opzanuzayuu s#cueoii npupoost

Brigensror 8 ypoBHe#.

Kaxnp1if ypoBeHb OpraHu3alluy XapaKTePU3yeTCs ONPEICICHHBIM CTPOCHUEM (XMMHUYECKUM, KIETOYHBIM
WA OPraHU3MEHHBIM) U COOTBETCTBYIOLUIMMHU CBOMCTBAMH.

Kaxnpiii cnenyromuii ypoBeHb 0053aTE€IbHO COAEPKUT B ceOe BCe MPebIAyILHE.

1. MonekynsipHbIif ypOBEHb OPraHU3AIMH KUBOM MPUPO/IBI
XUMHUYECKUHN COCTAB KJIETOK: OpTaHUYECKHE U HeOpraHudeckue Bemecrra, OoMeH BemecTB (MeTado-
JIM3M): IPOLIECCHI JUCCUMMIISILIMY ¥ aCCUMMJIISILIMU, TIOTJIOIIEHUE U BBIACICHUE YHEPTUU.

MonexkynspHbIid YpOBEHb 3aTparuBaeT BCe OMOXMMHYECKHE IMPOILECCH, KOTOPHIE MPOUCXOIAT BHYTPH
706010 JKUBOTO OpraHu3Ma — OT OJIHO- 10 MHOTOKJIETOUHBIX.

DTOT ypOBEHB CIIOKHO HA3BATh GKUBBIMY . DTO CKOpee «OMOXMMHYECKHI» YPOBEHb — MOJTOMY OH 5IB-
JseTcs  OCHOBOM  JuIi  BCeX  OCTAJbHBIX  YpPOBHEW  OpraHu3alud  KUBOH  IPUPOJIBL
[TosTOMY MMEHHO OH JIeT B OCHOBY KJiaccudukanuu KuBoil mpupoabl Ha apcTBa —KaKoe MUTaTeIbHOE
BEIIIECTBO SIBJISICTCS OCHOBHBIM y OpPraHU3Ma: y >KUBOTHBIX — O€NIOK, y TPMOOB — XUTHH, Y pacTeHui
3TO- YTICBOIBI.

Ilonamue: jcusoe u nedxcueoe

buonorus — 310 HayKa 0 XKHUBBIX OpPraHU3MaXxX «HAYKY O )KMBBIX OPTaHHU3Max», IO3TOMY IIPEXKIE BCETO
HAJ0 OIpPEAETUTh TAKUE MOHATHS, KaK <«OKUBOE» U «HEKHUBOEY.

Boo06iue, rpanuia Mexay )KUBbIM U HEXHBBIM JI0CTaTOYHO yciaoBHAa Ha 3Ty TeMy ecThb MHOTO TE€OpHii U
MHEHUH. ..

Jlig Havana onpenenumcs, 4To Takoe “OpraHusm’ .

3to npocto. Opranusm — 3T0 J1t000i1 )KUBOI 0OBEKT: )KUBOTHOE, pacTeHUE, faxe Oakrepus!

A “HexuBoii”? DTO CKajlbl, KAMHH, BOJA. ..

A Bupychl? Bupycsl MOryT ObITh B aKTUBHOM — >KMBOM (hOopMe, a MOTYT B BUJI€ KPUCTAJJIOB HAXOAUTHCS
II0J1 3eMJIEN WJIN B JIEIHUKAX COTHHU JIET. ..

B TakoMm ciiyyae Hazo ONPENEInuTh, YTO TAKOE “JKU3HB .
p s

1. Iloutu Bce OpraHU3MBbI COCTOAT U3 KieToK. Kaxaas knerka — “KUpNUYMK’ )KUBOTO OPraHU3Ma, U
TO KaK OPraHU3M KHUBET — CKOOPAMHUPOBAHHBIC (DYHKIIMH BCEX €TO KIIETOK.
Opranu3Mbl MOT'YT OBITH OJJTHOKJIETOYHBIE — HEKOTOPBIE BOJOPOCTH MM OAKTEpUU, WM MHOTOKJIETOY-
HBIE — YEJIOBEK, HaIlpuMep.

A BOT BUpYCHI HE CUUTAIOTCS KJIETOYHOU (hopMOil sknu3HU. OHU JIETKO BCTPAUBAIOTCS B UYXKHE KJIETKH, a
MOTYT BOOOIIE KPUCTAJUIU30BATHCSI U BEKAMH B TAKOM COCTOSIHUU HaXOJUTHCA.

2. OOMeH BelecTB
[To HayuyHoMy — MeTab0m3M. Bo Bcex JKMBBIX OpraHu3Max MPOMCXOUT OOMEH BEIIECTB.
B ’KMBOTHBIX U PaCTCHHUSIX — CaMO COOOM; Y BUPYCOB, KOT/Ia OHU B aKTUBHOHN ()opMe, OOMEH BEIIECTB

TOE €CTh; @ BOT y BOABI U KaMHel — HeT. (EcTh Teopus, 4To y KaMHE# ToXe ecTh 00MEH BEIIEeCTB, HO
OUYEHb MEJICHHBIN)

3. T'omoreHHoCTH
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Kussie OpraHu3Mbl HEC TOMOT'CHHBI, OHU COCTOAT M3 PA3JIMYHBIX LIElCTeI‘/’I, BBITOJHAOIIUX Pa3JIMIHBIC
(bYHKI_II/II/I; T.C. CJIO’)KHO OPraHU30BaAHHBI

HexuBble cucTeMBI TOMOT€HHEBI — Y BOJbI, HAITPUMEP, COCTAaB HE MCHACTCA.

OCHOBHBIE NIPU3HAKY J)KUBBIX OPraHU3MOB
* 0o0OMeH BellecTB (3TO CaMblii IVIaBHBIN MPU3HAK)
*  KJIETOYHOE CTPOECHUE
* HErOMOI€HHOCTb CTPOEHUS

Opranusm MOXKHO CUMTATh )KMUBOW CUCTEMOM, €CII Yy HEro MPUCYTCTBYIOT BCE TPU XapaKTepUCTUKU. B
IIPOTUBHOM CJIy4ae OH CYUTACTCS HEKUBBIM:

Kussie OpTraHHU3MBbI HexuBbie cucTeMbl

bakrepuun
Pacrenms
JKuBoTHEIE
['pubsbI

Bupycsl

Cnpaeka

Bupyc (nam. virus — «10») — Hexiemounviti UHEeKYUOHHBIU a2eHm, KOMOPbLL MON*CEM 80CAPOU3BO-
OUMbCSL MONLKO BHYMPU HCUBLIX KIIeMOK. Bupycvl nopasicarom éce munvl OpeaHu3mos, om pacmeHuil u
orcusomubix 00 Gakmepuii u apxeii (supycvl 6axmeputi 06b1uHO Hazvieaiom 6axmepuopazamu’ ). O6na-
PYIHCEHBL MAKIICE BUPYCDL, NOPAdCarowue opyaue GUpYcol (GUPYCbl-CAMeIUumol).

BupycbI-caTeuinThl — BUPYCHBIE YaCTHUIIbl, HECIOCOOHBIE CTPOUTH KAIICHJIbI CAMOCTOATENIbHO. OHU HH-
GUIHUPYIOT KIETKH, IJIs1 KOTOPHIX HECBOMCTBEHHA €CTECTBEHHAS! CMEPTh OT CTApOCTH (HAmpuMmep, ame-
Ob1, O6akTepuH ).

Korna kiieTky, 3apakeHHYI0 BUPYCOM-CaTEILTUTOM, 3apaykaeT OOBIYHBIA BUPYC, TO BUPYC-CATSIUIUT Ha-
pyLIaeT NPOU3BOJCTBO BUPUOHOB 3TOTO BUpYCa U CaM HauMHAET pa3MHOXKaTbcsA. BUPyChI-CaTeIIUThIL, 110
CYTH, SIBJISIFOTCSI THIIEPIIapa3uTaMHU.

Heckonvko cnos 06 amebe.

AmeOsI (1aT. Amoeba, oT rped. apopn — «M3MEHEHHE») — POJ MHKPOCKONMUYECKUX OTHOKIETOUYHBIX
opranu3MoB. Y ame0 HempaBWiIbHas, Bce BpeMs MeHstomascs ¢opma. [lepeasuraercs npu mnomo-
IITH JIO)KHOHOKEK (TICEBIOTIOJINH ), ITOCTOSTHHO BO3SHUKAIONINX W MCUC3AOIIINX.

: ®daronmmzuc — mporecc paspymeHus daraMu OaxkTepuid, 0OBIYHO MPOUCXOIUT B MOPAKEHHOM OpTaHe MpPH CIIOHTAHHOM BBI-
30pOBJICHHH. B ciydae, eciiu caMOBBI3JOPOBIICHHE HE HACTYIUIIO, OPraHU3My MOXKHO ITIOMOYb BBEJICHUEM COOTBETCTBYIOIIIE-
ro Gakrepuogara, HOIyYCHHOTO B YCIOBHAX (hapMalleBTHYECKOTO MpeanpusaTs. bakrepnodaramu Ha3pIBalOT BUPYCHl OaKTe-
pHi, KOTOpBIE IIPH BCTPEUE C YyBCTBUTEIHHBIMU K HUM MHKPOOHBIMH KJIETKaMH IIPOHUKAIOT BHYTPb M BBI3BIBAIOT MX PAaCTBO-
penue (ym3uc). B nepeBone ¢ rpeueckoro 6akreprodar o3HavaeT «HoXKUpaTeab OakTepuity. B mpupoae 3Tn MUKpOOpraHU3MBI
BECbMa Pa3HOOOPAa3HBI M COCTABILIIOT CaMyIO KPYIHYIO M3 M3BECTHBIX HA CETOIHSIIHUI NI€Hb TPYNII BUPYcOB. Daru UMeroT
OTJIIMYHOE OT BUPYCOB pacTCHHH, >KUBOTHBIX M YeJIOBEKa CTpoeHHe, Oosee cioxHoe. OHM BCTpEYaroTcsi B aTMOC(HEPHBIX Ocal-
Kax, B BO3yXe, B [I0YBE, B €]ie, HA NPEAMETax, KOXKe, IEPCTH KMBOTHBIX, CJIOBOM, Be3/ie, Ie BcTpedatoTcs OakTepun. B mo-
cleHUE TOJBI BO3pacTaeT MHTepec K Oakrepuodaram, MpUMEHSIEMBIM B KaueCcTBE albTepHATUBBI aHTHOMOTHKaM. U 3T0 He-
YAMBUTENBHO, U T€ U IPYyTHe IpenapaTbl HEMOCPEACTBEHHO BIUSIOT Ha Bo30yauTeneit nHpekumit. OqHaKo aHTUOMOTHKH, KaK
H3BECTHO, TYOUTEIILHO JCHCTBYIOT HE TOJHKO HA MATOTCHHYIO (JIOpPY, HO M Ha MOJIe3Hyt0. bakreprodaru, BUIAbI KOTOPBIX pa3-
JINYHBI, IeHCTBYIOT H30UpaTEIbHO, TOIBKO HA «CBOIOY» OAKTEPHIO, OCTABIIIA OT Hee 00IoMKH. COOCTBEHHO, TO3TOMY yUCHBIC U
HE CTaJId MPUAYMBIBATH UM Ha3dBaHUA, BEJb MMPOLIC HA3bIBATh UX COOTBCTCTBCHHO 68.I(Te]:’)I/I$[M7 Ha KOTOPbIC OHU BOB)IGI‘/’ICTByIOT
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Bopmsarcss B mpyaax, BO BIQXHOH ITOYBE, BO BHYTPEHHOCTSX JKMBOTHBIX. Pa3sMHOXkaroTcs OwHap-
HBIM JienieHneM. KieTtka ameObl UMeeT TOHKYI0 MeMOpaHy, OOJIbIIOe PO, TUTATEIbHbIE U COKPATUTEb-
HBIC BAKyOJIA U KHPOBBIE TI00YJbI. BhIIeneHus: mpoxXoasT depe3 COKpPaTUTENbHYI0 Bakyousb. linHa 10
0,5 MmmM.

Ameba otTianyaercs OOJIBIION IMHOMW reHoma. Tak, renoM ameOnl Amoeba dubia coctour uz 690
MJIpZ TIap HYKJICOTUAOB(/JIS1 CPAaBHEHHUS, TEHOM YeJI0BEKa COCTOUT U3 2,9 Mipa. map).

AMe0000pazHyl0 (GopMy HMMEIOT U MHOTHE JpYrHMe€ OJHOKJIETOYHbIEe, B TOM 4Hucjie ameda-
youiina Naegleria fowleri, koTopas onacHa Jyist TIOJei TeM, YTO TOEJaeT UX MO3T. ITO COBEPILIECHHO JPY-
rOi OpraHu3M — OHa MPHUHAMISKUT K APYroMy Kiaccy. OTa ame0a BOIUTCS B TEIUIBIX BOJOEMaXx, MPH-
KpPEMMBIIUCH K BopopociasiM. OHa MPOHMKAET B OPraHU3M Yepe3 HOCOBbIE KaHAJbl U MUTAeTCs OJib(dhak-
TOPHBIMHU KJIETKAMH MO3Ta, BBI3BIBAs MIEPBUYHBIN aMeOHBI MEHHHTOdHIIE(aTUT — JeTanbHOe 3a00IeBa-
Hue (cmeptHOCTE — 97 %). B nepuon ¢ 1995 no 2004 rona 6su10 3adukcupoBaHo 23 cirydas 3apakeHust
ameOoii-youiineit Naegleria fowleri.

JoxHoHOKKS
Knerounan membpada

CokpaTurensHas
BEAKYOAh

MuesapuTensHan
BaKyonk

3HponnasMa

Pucynok 1. Ame6a 0ObIKHOBEHHAS

3apaxxeHne ame0aMu BO3MOXKHO BO3AYIIHO-KalelIbHBIM IyTeM B OOJIbHUIAX M J1a00paTopusX.
Taxxe BO3MOKHO MH(ULIMPOBaHHE MaTepuaa JUlsl IPUBUBOK. Takoe 3apaxxeHne 0COOEHHO OMAacHO s
IPYAHBIX JETEH U IeTeH JOIIKOJIBHOIO BO3pACTa

BAPUOHBI - supycuble yacmuybl cocmosam uz 08yx uiu mpex KOMNOHEHMO8:

1. eenemuyeckoco mamepuana 6 suoe /JHK unu PHK (nexomopuvle, Hanpumep MuMusupycsl, uUmeion
0ba muna MoneKyn);

2. benkosoti 06010uKY (Kancuoa), 3awuwaroujeti Smu MOLeKyvl, U, 8 HeKOMOPbIX CYYAsX, — O0-
NOJIHUMENbHBIX TUNUOHBIX 00010YeK. Hanuyue kancuoa omauuaem eupycol om 8upyconoooOHbIxX
UHDEKYUOHHBIX HYKIIEUHOBBIX KUCTIOM — GUPOUO08. B 3a8ucumocmu om mo2o, KaKkum munom HyK-
JIEUHOBOU KUCTIOMbL NpedCmasiieH 2ceHemudeckuii mamepuan, evioensiom JJHK-cooepocawue 6u-
pyewt u PHK-coodepoicawue eupycol,

3. Panee k supycam maxowce ouub0yHo OMHOCUNU NPUOHBI, OOHAKO NOCIe0CMBUlU OKA3AIOCh, YMO
amu 8030youmenu npedcmasiaom cobol 0codvle UHGEeKYUOHHbIe DKUY U He CO0epIcam HyKleu-
HosbIX Kuciom. Popma eupycos eapvupyem om npocmou CRUPAIbHOU U UKOCAIOPULECKoll 00 60-
Jiee ClodicHulx cmpykmyp. Pasmepul cpednezo supyca cocmasnaom okono 00HOU cOMOU pazmepos
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cpeoneli bakmepuu. bonvuuncmeo 8upycos crumKom mMansl, 4moosl Oblms OMYEeMIUBO PaA3IULU-
MbIMU NOO C8EMOBLIM MUKPOCKOROM.

Bupbel AGNAIOMCA napasumamu, maxK KdkK He CnocooOHbl PAZMHOIAHCAMBCA 6HE KINEMKU. Bre xnemxu su-
PYCHbIE Hacmuyvbl HE NPOAGIAIOM NPUSHAKU HCUB020 U 68())/]7’1 cebsa Kax uacmuybvl 6u0n0ﬂuMep08. Om
HCUBDBLX NapasumapHsblX OpecaHU3IM0O6 6UpPYCbl OMAUUAIOMCA NOJHbIM OMCYMCmMeuem OCHOBHO20 U IHepce-
muyecko2o obmena u omcymcmeuem CNIOJICHEUWe20  JNEMEHMA  JCUBLIX — CcUCeM — annapa-
ma mpancjiayuu (CuHWlQS’ﬂ 66]17('(1), CMENEHb CIOJACHOCMU KOmMOopOo2co npesvliiaem maKo8yrn camux eupy-
CO8.

Tosisnenue 6upycoe Ha 260IIOYUOHHOM OPese HCUZHU HESICHO. HEKOMOopble U3 HUX Mo2lu 00pazo-
samwvcs u3 naazmuo, Heooavuiux monekyn JJHK, cnocobnvix nepedasamucs om 00HOU KIemKU K Opy2ol, 8
Mo epemsi Kak opyeue Mo2iu npousoimu om baxkmepuil. B ssomoyuu 6upycel a61s10mes 8adCHbIM Cpeo-
CMBOM 20PUBOHMATILHO20 NEPEHOCA 2CHOE", OBYCIOBIUBAIOWE20 2CHEMUYECKOE PA3HOOBpA3Ue.

Bupycuvl pacnpocmpansitomest MHO2UMU CROCODAMU: BUPYCHI PACMEHUTL YACMO NEPedaromcst Om
PAacmeHus K pacmeHuto HaceKoMbLMU, NUMAOWUMUCS PACMUMETbHBIMU COKAMU, K NpUMEDPY, MISAMU, U-
PYCbL HCUBOMHBIX MOV PACHPOCMPAHAMbCS KPOBOCOCYWUMU HACEKOMbBIMU, MAKUE OPAHUIMbL U3BECHI-
Hbl KaK nepeHocuukuy. Bupyc epunna pacnpocmpansemcs 6030YWHO-KANeIbHbIM NymeMm npu Kaui-

Jie U YUXAHUU.

YV orcusommuuix supychvie ungexyuu 8bl3618at0M UMMYHHBIN OMEen, KOMOpblll Yauje 8Ce2o Npuso-
OUm K YHUUMONCEHUIO OONE3HEMBOPHO20 BUpYCA. VIMMYHHbBIL OMEem makice MONCHO 8bl-
36amb 6AKYUHAMU, OAIOWUMU AKMUBHBIL NPUOODEMEHHbII UMMYHUMEM NPOMUE KOHKPEMHOU 8UPYCHO
ungexyuu. OOHaKo HeKOMopviM supycam, 8 mom yucie u 8ozoyoumenam CIIH/[a u supycHvlx cenamu-
mMoe, y0aemcs YCKOIb3HYMb OM UMMYHHO20 OMEemd, 8bl3bl8dsl XPOHUYECKYI0 60ae3Hb. AHMUOUOmuKy He
Oeticmeyom Ha 8UPYCcobl, 0OHAKO ObLIO Pa3pabOmMAHO HECKOIbKO NPOMUBOSUPYCHBIX NPENAPamos.

T'enemuxa

I'enernka yemoBeka — pasaci rcHETUKH, I/ISyLIaIOIHI/Iﬁ 3aKOHOMCPHOCTHU HACJICAOBAHUA U USMCHYUBOCTHU
IIPHU3HAKOB Yy YCJIOBCKA, TECCHO CBSI3aHHBIM C aHTpOHOHOFHGﬁ 1 MEIULIMHOM. 3Ty oTpaciib YCJIOBHO MO~
PpasaCIAIOT Ha aHTPOIIOTCHECTUKY, N3YyYarOIYI0O HACIICACTBCHHOCTh U UBMCHYNBOCTb HOPMAJIBHBIX IIPH-
3HAKOB YCJIOBCYCCKOI'0 OpraHnima, 1 MCAUIUHCKYIO I'CHCTUKY. I'eneTnka yemoBeKa CBsI3aHa TaKKe

C DBOJIIOIMOHHOMN Teopﬂeﬁ, TaK KaK UCCICAYCT KOHKPETHBIC MCXaHU3MBbI 5BOJIIOLIUH YCJIIOBEKA U €T'0 MC-
CTO B IpUPOAC, BMECCTC C HCHXOHOFHCﬁ, (I)HHOCO(I)HCﬁ 1 COLUOJIOTHEH.

I'enommka — pa3acit MOJ'IGKy.TISIpHOI\/’I I'CHCTHUKU, MOCBSAIIEHHBIHN HU3YUCHUIO I'CHOMA U I'CHOB KHMBBIX Opra-
HU3MOB.

['enomuka chopmupoBanack kak ocoboe HarpasieHue B 1980—1990-x rr. BMecTe ¢ BOZBHMKHOBEHHUEM
NEPBbIX MPOEKTOB M0 CEKBEHUPOBAHUIO TEHOMOB HEKOTOPBIX BHUJOB KHBBIX OpraHu3MoB. [lepBbiM ObL
MIOJIHOCThIO CEKBEHUPOBaH reHoM Oaktepuodara ®-X174 (5 368 nykneorunon) B 1977 rony.

Craenyromum  3TanmHbBIM ~ coObITHEM  ObUIO  CceKBeHHMpoBaHHMEe  reHoma Oaktepuu Haemophilus
influenzae (1.8 Mb) (1995). Ilocie 3Toro OBLIM MOTHOCTHIO CEKBEHUPOBAHBI TEHOMBI €I HECKOIBKHUX
BUJIOB, BKJItOYasi reHoM 4desnoBeka (2001 rox — mepBblil uepHOBOM BapuanT, 2003 rog — 3aBeplieHue
npoekTa). E€ pa3BuTHe cTano BO3MOXXKHO HE TOJBKO 0JIarojapsi COBEPIICHCTBOBAHUIO OMOXWMHYECKHUX

2 T'opuszonTansHeli nepenoc reros (I'TIN) — mporiece, B KOTOpoM OpraHu3M HepenaéT reHeTHUeCKU MaTeprall APyroMy op-
raHU3My, HE SBJIIIOLIEMYCS €r0 IOTOMKOM. B oTiMuue oT ropu30HTaNbHOIO, O BEPTUKAJIbHOM IIEPEHOCE TEHOB F'OBOPST, €CIIU
OpraHU3M IOJIyJaeT FeHEeTHUECKUI MaTepHal OT CBOETO Mpeka. B o6iacTu HHTEpecOB TeéHETUKH OCHOBHOE MECTO 3aHUMAET
BEPTUKAJIBHBIN IepeHoc reHoB. OHAKO B HACTOSIIEE BpeMs TOPU30HTAIBHOMY IEPEHOCY yaAenseTcs BcE 0oJbilie BHUMAHUS.
HckyccTBEHHBIM TOPU30HTAILHBINA IEPEHOC TEHOB UCNOJb3YETCS B TEHHON MHXXECHEPUU.
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METOAMK, HO M OJylarofapsi MOsBJICHUIO 0ojiee MOIIHOM BBIYMCIUTEIbHONM TEXHUKHU, KOTOpas MO3BOJIMIIA
paboTaTh ¢ OrpOMHBIMU MacCUBaMM AaHHBIX. [IpOTSKEHHOCTh T€HOMOB Y JKHMBBIX OPraHM3MOB I10/4ac
U3MepsieTcsl MUJUIMapiaMu nap ocHoBaHuil. Hanpumep, o0bEM reHoMa yelloBeKa COCTABISET MOpSIKa
3 muipa iap ocHoBanmii. Camblil KpyIHBIN U3 M3BeCTHHIX (Ha Hadayo 2010 roga) TeHOMOB MPUHAIICKUAT
OJTHOMY U3 BUJIOB JBOSIKOABIIAIINX pBIO (TpuMepHo 110 mupa. map).

Pa3neanl reHoMUKH
CTpyKTYpHAS TeHOMHUKA

CrpyKTypHasi reHOMHUKa — COZepXKaHHe U OpraHu3anus reHoMHoi nHpopmanuu. Mmeer nenpio nzyde-
HUE TCHOB C M3BECTHOW CTPYKTYpPOH AJiA MOHUMaHHS MX (PYHKIHMH, a TAaKXKEe OMpeAesieHue MPOCTPaHCT-
BCHHOTO CTpOGHI/ISI MAKCHUMAJIBHOTO YHCJIa «KJIHUYCBBIX)» 66J’IKOBBIX MOJ'ICKy.]'I 1 €TI0 BJIMSAHHWSA HA B3aNMO-
JielicTBUS

DOYHKINOHAJbHAS TeHOMHKA

OyHKIHMOHATbHAS] TEHOMUKA — peanu3alus HHPOpMAIH, 3aMHCaHHON B TeHOME, OT I'eHa — K MpHU3Ha-
KY.

CpaBHHTeJIbHAS TEHOMHKA

CpaBHuTeNbHAsA T€HOMUKA (IBOJIIOLIMOHHAS) — CPAaBHUTENbHbBIE UCCIIEIOBAHUS COEPKAHUS M OpraHH3a-
LIU1 TEHOMOB Pa3HbIX OPraHU3MOB.

[Tony4yeHnue MONMHBIX MOCIIENIOBATEILHOCTEH T€HOMOB MO3BOJMIIO MPOJIUTH CBET HA CTENCHb PA3THUUN
MEX1y T€HOMaMHU Pa3HbIX KUBBIX OpraHu3MoB. Huke B Tabnulle mpeacTaBieHbl MpeaBapuTeIbHbIe TaH-
HBIE O CXOJICTBE T€HOMOB Pa3HBIX OPraHU3MOB C TEHOMOM uesioBeka. CXOACTBO JaHO B MpoOIeHTaxX (OT-
pakaeT JOJIO ap OCHOBAHUM, MICHTUYHBIX Y IBYX CPAaBHUBAEMbIX BUJIOB).

Bup CxoacTBo
YemoBek 99,9 %
100 %
Inmnanse 98,4 %
98,7 %
BoH0060, 1M KapaUKOBBIM HIMMIIaH3€e
I'opumna 98,38 %
MBpiI1iib 98 %
85 %
Cobaka 95 %
banan 50 %
Hapuuce 35 %

KavecTBeHHBIN CKauOK B 3TOW 00JacTy mpousoiesn oiaroaaps simoHckoMmy ydyeHomy CunbefImanake. O
CMOT' BEpHYTb B3pOCJble KJIETKH B COCTOSIHME IUIFOPUIIOTEHTHOCTH, KOTJIa OHM MOTYT IPEBPAaTUTHCS B
pasHble KJIETKU opranusma. VX Ha3Bajau MHAYLMPOBAHHBIMU IUTFOPUIIOTEHTHBIMU KieTkamu (iPS). «Mbl
elie He B MOJHOW MEPe OCO3HAEM PEBOJIIOIMOHHOCTh OTKPBITHS, caenanHoro Cunbei SIMaHakoil B 00-
JIACTH CTBOJIOBBIX KJIETOK, 3TO JEHCTBUTEIBHO HOBAs 3pa», — IOBOPHWJIN €r0 KOJIJIETU U MOCJIE BPYUEHUS
emy a3uarckoi «HoOeneBku» ShawPrize B 2008 rony, u nocie Hobenesckoit npemuu B 2012-m, 1 B KOH-
e ¢espais 2013-ro.

Coznanue MHAYLMPOBAHHBIX IUTIOPUIIOTEHTHBIX KJIETOK JKypHal Science B KOHIE IPOILIOro roja Ha3Ball
OJIHUM M3 Ba)XHEWIIUX MPOPBIBOB IOCIEAHETO JNECATHWIETUSA. B 3TOM k€ CIHMCKe ellle OJUH 3HAKOBBIN
MIPOPBIB — TEXHOJIOTHS PEJAKTUPOBAHUS TeHOMa. |'eHeTnueckue 00s1e3HU 00YCIIOBJIEHBI MTOJIOMKaMU B
OJIHOM WJIM HECKOJIbKMX I'€HaxX. YUEHble HayuMJIHUCh BJIE€3aTh B SIIPO KJIETKH U C ITOMOLIBIO TEXHOJIOTHH
peNaKTHPOBAaHUs I'€HOMAa MEHATh MCIOPYEHHBIM I'€H Ha 310pOBbIA. I[10CKOIBKY 310pOBBII I'€H AOJIKEH
pa0oTaTh B ONpeAEICHHON TKaHHW, Haubosee NMepCHeKTUBHON HCCIIEA0BATENsAM MPECTABISAETCS KOMOU-

9
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HaIUsl KJIETOYHOTO U TeHETHYECKOr0 METOJa: y MalueHTa OepyT, K MpuMepy, KIeTKH KOXKH, Mepenpo-
rpaMMUpyIOT uX B 1PS, 3aTeM B HUX PEeaKTUPYIOT '€HOM, a TOCJe 3TOr0 NMPEBPAIAl0T CKOPPEKTUPOBAH-
HBIE KJIETKH, JOIYCTUM, B HEUPOHBI U BBOJAT UX B ONPEEICHHYIO YaCTh MO3Ta.

3BOJ’IIOI_[I/IH B3IV A0B HA TCPAIIUIO B I/IJIJIIOCTpaTI/IBHOﬁ (I)opMe IMpEACTaBJICHA HAa PUCYHKC HUKC

TpaHennaiTaisa o
STV KMETIE NEUREHTY ¥ N

‘ MaxjerT ]_I =

Q’ KIETRH EOHM NEUREHTE
Tl e pEHLPORES CROPREETNOBEEHEN
KR 8 HyEEIE HNETEA
[kpo@e, CEANBYHOA MbILLb,
MEYEKM, HEFDOHEL

1 "
o | LN
KOppesime MyTaHm MEpaNpOrpANSKDIRRHAS
3 iP5 knamHEx SNETOK Kok B iPS

HOBGE TERMNGrE B CROPOS BWINUEM FOIBOMEHT DEMIHTAI0BETL SEnsers, Mommd GineT s Sorse
<IETEM KA ANDPOAKIZ, HCOOIHERHSA MyTAIMER TEK — Ha CROPPEsTRPOAAREEIR. TaRS TEXHONOTW CTAMM
S03Ma¥HL! BNarauEps OTEDLTHEM, CEENARKE B HE4ana K4 saxka. ¥ naumesTa GapyT WMEnessRmi Kpooves sosM,
A3 HETD BRAQErs0T KNETRE, PENDOTEEMEIT G PHIVIPDDBINHCE T DRN0TEHTHRIE KNETKR [ o BOTEM & HMK
FAWEHADT WENDPHEKEEIR TEH HA 3Q0P0SSA, NOTOM 374 KNSTKK NPESDAWAKIT B HeHERIR TN B JRERSAMANTA OT
SHGONABAHIH — KABTRN CEQOESI0A MEILLE], KO00H, NEHERY, HERDIHEL M B00ST EUHERTY, § OHK HESMHBOT
DAGOTHTE, YCTOBHAA NPR-AHY BONESHA.

Pucynok 2 ['eHHBIC TEXHOJIOTHU B TEPATHHT

OcHo6Hble NOHAMUS 2EHOMUKU

I'enom

C camoro Haydaia omnpeaeauMcs, 9YTO MBI 371eCh OyIeM MOApa3yMeBaTh Mol CIIOBOM reHoM. CaM 3TOT Tep-
MUH BIIepBbIe ObLT TpeiioxkeH B 1920 rony HemenkuMm reaetukoM ['. Bunknepowm. Torna yxe cymectBo-
BaJl IPYrol HAyYHBIN TEPMUH — T€HOTHII, BBEJICHHBIN B apceHan reHeTukoB B. Morancenowm eme B 1909

10



I'eHHblE KOHCTPYKIMU OpTaHKU3Ma YeloBeKa U )KUBOTHBIX ABTOp Makapos JI.M.

rofy, oj; KOTOPbIM I0/Ipa3yMeBaJlach COBOKYITHOCTb BCEX HACJIEICTBEHHBIX 3a/JaTKOB JAHHON KOHKpET-
HOM KJIETKHM WJIM JaHHOTO KOHKPETHOro opranusma. Bnocnencteum Morancen cam ¢ yauBIE€HUEM IOBO-
U, 4TO €ro «CIO0BEYKO» HEOKUJAHHO MaTEepUalIM30BajIOCh B BOZHUKILEH I103JHEE XPOMOCOMHOM TE€O-
pun T. Moprana. Ho BOT 1mosiBWIICS HOBBIM TEPMUH — I'€HOM. B oTimumne oT reHoTuIa 3ToT TEpMHUH A0J-
KEH ObUI CTaTh XapaKTEPUCTHKON IeJIOr0 BUJA OPraHU3MOB, a HE KOHKpeTHOH ocobu. M 310 cTanmo Ho-
BBIM 3TallOM B Pa3BUTHU F€HETUKH.

B OuonornueckoMm cioBape MOHATHE I'EHOM OIPEIEIIAeTCs] KaK COBOKYITHOCTh I'€HOB, XapaKTEPHBIX IS
rarmIonIHOTo (OAMHAPHOr0) Habopa XPOMOCOM JJaHHOI'O BUJa OPraHn3MoB. Takast (hopMyIHpOBKa 3BYUUT
HE COBCEM IIOHSATHO JJIsl HECIIELUAINCTA, a IVIABHOE, OHA HETOYHA B COBPEMEHHOM IIOHUMaHHWM 3TOTO
cioBa. OCHOBY r€éHOMa COCTaBJISIET MOJIEKYJIa 1€30KCUPUOOHYKIENHOBOM KUCIOThI, XOPOILIO U3BECTHAS B
cokpaieHHoM Buze kak JIHK. Beap Bce renomsr (JIHK) comepxar mo kpaiineit mepe 1Ba Bujaa uHpop-
Maluu: KOJUpoBaHHAs HHGOpMaIUs O CTPYKTYpe MOJIeKyJ-nocpeAHUKOB (Tak Ha3biBaeMbix PHK) u 6en-
Ka (3Ta MH(GOPMALUS COJIEPKUTCA B T'€HAX), a TAKXKEe MHCTPYKLUHU, KOTOPbIE OMPECIISIOT BPEMS U MECTO
MIPOSIBJICHUS ATOM MH(pOpPMAIMK MPU Pa3BUTHH U AalbHEHIIEH KU3HEAEATEIbHOCTH OpraHu3Ma (3ta uH-
¢dopmanys B OCHOBHOM PACIIONIOKEHA B MEKI'€HHBIX Y4acTKaX, XOTs YaCTUYHO U B caMuX reHax). Camu
reHbl 3aHUMAaIOT OY€Hb HEOOJIBIIYIO YaCTh T€HOMA, HO IPU 3TOM COCTaBJISIIOT €ro ocHOBY. MH(opmarius,
3allMCaHHasl B Fe€Hax, — 3TO CBOETO pojia «MHCTPYKLHMS» I M3TOTOBJIEHUS OEJIKOB, TJABHBIX CTPOHU-
TEJIBHBIX KUPIUYMKOB Hamero tena. «Ha mieyax» reHoB JIEKUT OrpOMHAsi OTBETCTBEHHOCTh 3a TO, KaK
OyZeT BBITTIAAETh U paboTaTh Kaxaas KJIEeTKa U opraHu3M B 1ieioM. OHU YIpaBisiOT Halled KU3HBIO OT
MOMEHTA 3a4aThs 10 CaMOr'o MOCJIETHEro B3/10Xa, 0e3 HUX He QYHKIMOHUPYET HU OJIUH OpraH, HE TE€4eT
KpOBb, He ObeTCA cep/lie, He padoTaroT NeueHb U MO3T.

OpHako 1J1 NOJTHOW XapaKTepUCTUKH M€HOMa HEIOCTATOYHO 3aJI0)KEHHON B HEM MH(POpPMaIlUU O CTPYK-
Type OenkoB. HyxHbI elie naHHble 00 3J€MEHTaxX I'eHEeTHYECKOro ammnapara, KOTOpble MPUHUMAIOT y4a-
cTHe B paboTe (3KCHPECCUn) reHOB, PEryIUPYIOT UX MPOSBIECHUE HAa PA3HbIX dTaax pa3BUTHUS U B Pa3HbIX
KU3HEHHBIX CUTYalUsX.

Ho paxxe u 3TOr0 mMasno 1y MOJIHOrO ONpEAENICHHs] TeHOMa. Benb B reHOMe IPHUCYTCTBYIOT TAKXKE dJie-
MEHTBI, CIIOCOOCTBYIOIINE €r0 CAaMOBOCIIPOM3BEACHHIO (perIuKanum), kommnaktHoi ynakoske JJHK B sa-
pe U elle Kakue-TO HETOHSATHBIE MOKa elIe yYacTKU, HHOTa Ha3bIBaeMbl€ «3TOMCTUYHBIMUY (TO €CTh Kak
OBl CITyXKaIlMMH TOJIBKO Ui caMux ceOs). [lo Bcem 3TUM nmpuunMHaM CEerofiHs, KOrjaa pedb UJeT O TEHOME,
00BIUHO UMEIOT B BUAY BCIO COBOKYIHOCTH nocinenoBarensHoctrei [JHK, npencraBieHHbIX B XpoMocomax
A7ep KJIETOK ONpPEJeIEHHOI0 BUa OpPraHU3MOB, BKIIIOYas, KOHEYHO, U IeHbl. B 3TOi kHUre Mbl Oynem
IoApa3syMeBaTh HIMEHHO TAKOE ompenenaeHue. Bmecrte ¢ TeM cienyer IOMHHUTB, YTO B HEKOTOPBIX APYIHX
CTPYKTypax (opraHesuiax) KJIETKU TaKXe MPUCYTCTBYET reHeThyeckas MHpopmalus, HeoOxoaumast ams
(GYHKIIMOHUPOBAHUS OpraHM3MOB. B yacTHOCTH, y BCeX KMBOTHBIX OPIaHHW3MOB, B TOM YHCJIE U y Yello-
BEKa, UMEETCS €llle U MUTOXOHAPUAIbHBIN I'eHOM, TO ecThb Mojekyibl JJHK, npucyrcrBytonue B Takux
BHYTPUKJIETOYHBIX CTPYKTYpax, Kak MUTOXOHJPHH, U COJAEp KAlllUe Psii TaK Ha3bIBAEMbIX MUTOXOHJIPH-
aJIbHBIX T€HOB. MUTOXOHAPHAIIbHBIA T€HOM YeJIOBEKa OYeHb HEOOJIBIION 110 CPABHEHUIO C SJIEPHBIM Te-
HOMOM, PACIIOJIOKEHHBIM B XpOMOCOMax, HO, TEM HE MEHEE, €ro BKJIa/ B KIETOUYHbIN MeTa00JIN3M BeCbMa
CYLIECTBEHEH.

B ortnnumne oT MHOTMX Ipyrux OMOJOrMYECKMX HayK M€HETHKa C MOMEHTa CBOETrO0 BO3HHMKHOBEHHUS CTpe-
MUJIaCh OBITH TOYHON HayKOfI. U Beca HUCTOPUSA T'CHECTUKHU — 3TO UCTOPHA CO3JaHUA W HMCIOJIb30BAaHUA B
SKCIEpUMEHTEe Bce Oojiee U Oosiee TOYHBIX METOAOB M MOAXOJO0B, YTO COJNIMKAET €€ ¢ TAKUMH TOYHBIMHU
HayKaMH, KaK (bl/ISI/IKa, XUMUS 1 MaT€MaTHuKa.

A Hayano BceMy ObUIO TOJOXEHO YEUICKMM MoHaxoMm I'peropom MenpeneM, koTopbsiii B 1865 roay
oIyOJIMKOBaJ CBOM ()yHIaMEHTANIbHBIN TPy ¢ MAaTEMAaTUYECKUMU pacueTaMy, YKa3bIBalOIIUMHU Ha CyIIle-
CTBOBAaHME HEKUX aOCTPAKTHBIX TUCKPETHBIX YACTHIL], IEPEAAIOLINX HACIECICTBEHHbIE CBOMCTBA («4acTu-
Il HACJICJACTBEHHOCTH), Ha3BaHHBIX MO3HEE TeHaMH. JTa eHOMEHaNbHas paboTta MeHaens, ocymecT-
BJICHHAsl Ha TOpOXe, He Mpou3Besa 0coboro 3¢ (exra Ha ero COBPEMEHHUKOB U ObuIa 3a0bITa BIUIOTH 10
1900 roga (HayyHas MbICIb B TO BpeMs €lle He co3pena i ee Bocnpusatus). Cam Menaens nocie He-
YJQUHBIX MOIBITOK NOJYYUTh aHAJIIOTUYHbIE PE3yIbTAaThl IPU CKPEIIMBAHUY APYTUX PACTCHUN MPEKpaTHII
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OTIBITHI U /10 KOHIIA KU3HHU 3aHUMAJICSI CaJIOBOJICTBOM, IMUEIOBOJACTBOM U METEOPOJIOTHUYECKUMH HAOIIO-
JCHUSIMH.

Jlumib cryctst 35 J€T mpOM30LLIO TO, YTO M JIOJDKHO OBLIO CIYYHTHCS: 3aKOHBI MeHaens: ObUTH MepeoT-
KPBITHI HE3aBHCHMO M OJTHOBPEMEHHO TpeMmsi pa3HbiMu uccienoparensimu (I'. ne ®puzom, 3. Uepmakom u
K. Koppencom), nocne uero u Hayana MHTEHCUBHO pPa3BUBAThCS HayKa, MOJyYMBIIAs MO3JHEE Ha3Ba-
Hue reHetuka. C TeX mop 9Ta HaykKa M POXKICHHBIC Ha €€ OCHOBE MOJICKYJISpHAs TeHETUKA U T'€HOMHUKA
3aHUMAIOT JUAUPYIOLIEE MOJOXKEHUE CPEIU MMPOUYHUX HAYK O MPUPOJIE, CTAB B UTOT'€ OJJHUMHU U3 OCHOBHBIX,
OTIPEIEISAIONINX CETOMHAIITHUN U 3aBTPALTHUMN J€Hb Pa3BUTHS YEJIOBEUECTBA.

Bckope mocne OTKpBITUS OCHOBHBIX 3aKOHOB T€HETUKU OBLIO YCTAaHOBJICHO, YTO MAJICHbKUE MPOJOITOBa-
THIE TEJIbIIa, HAOIIOAaeMbI€ IO MUKPOCKOIIOM B SIAPax KJIETOK, KOTOPhIC OBLIIM Ha3BaHBI XPOMOCOMAaMH,
BeIyT ceOsi MIMEHHO TaK, KaK 3TO 0KUJAIOCh OT «eAMHHI] HaciencTBeHHocTu» Mennens. Ho yxxe Torma
OBLIIO SICHO, YTO YMCIIO TEHOB JIOJDKHO OBITH Oosibie, yem unciio xpomocoMm. B 1910 romy Tomac XaHT
Mopran Hadaa U3y4aTh OTHOCHTEIHHO MPOCTON U YAOOHBIN JIJIS aHAIM3a TeHETUYECKUH armnapar 1mioio-
BOM MYIIKH IP030(HUIIbI, UTO TPUBEJIO B KOHEYHOM UTOTE K CO3JaHUI0O XPOMOCOMHOW TEOPUM HACIIE/ICT-
BeHHOCTU. COrJIacHO 3TOW TEOPHUH, CYILIECTBYIOT MHOI'OUUCIIEHHBIE T'€HbI, KOTOPbIE TUHEWHO PACIOJIOXKe-
HBI B XpOMOCOMaX, ¥ X MOCJIEI0BATEILHOCTh B OyIyIIIEeM MOXKET OBITh pacuiudpoBaHa.

W3BecTHO, YTO TeHBI YIPABISIOT PA3BUTHEM JIFOOOTO KUBOTO OpraHM3Ma ¢ MOMEHTA €T0 POXKACHUS U JI0
cMepTH. ['eHbI 10CTaloTCsl HaM OT POAMTEINCH, U OT HUX B 3HAYUTEIHLHOM MEpe 3aBUCAT HaIlK (PU3UIECKUE
napaMeTpsl, BHEITHOCTh, CKJIOHHOCTh K Pa3IMYHBIM 3a00JIEBaHUSM HIIM, HA00OPOT, CBOETO POAa UMMY-
HUTET K HUM. [Ipu 3TOM cieqyer oOpaTuTh BHUMaHUE Ha TO, YTO TaKWE YEPThI, KaK XapakrTep, yoexme-
HUS1, TPUBBIYKH, TIOBEJICHUE U Ja)Ke CIOCOOHOCTH TaKXkKe OIMpPENeSIOTCS B 3HAUUTEIBHON Mepe reHeTHYe-
CKH, XOTsI 3/IECh CYIIECTBEHHYIO POJIb MOTYT HTPATh U COIIHATBbHBIC (DAKTOPHI, TAKKE, KaK YCIOBUS KU3HH,
BOCIIUTaHKe, 00pa3oBaHUE, OKPYKEHHE.

JIus B 40-e TOBI MPONIIOTO BeKa OblIa YCTaHOBJIEHA MaTepHaIbHAas OCHOBA T€HOB. BBISICHUIIOCH, YTO
€10 CIY)KUT OJIHA M3 TaK Ha3bIBAEMbIX HYKJIEHMHOBBIX KHCJIOT, & UMEHHO J€30KCUPHUOOHYKIEHHOBAS KH-
cinota (cokpamenno, JIHK). Camo cymiecTBoBaHMEe HYKICHMHOBBIX KHUCIOT ObUIO OOHApPYKEHO IIBEHIap-
ckuM onoxumukom @. Murepowm eme B 1868 rofy, To ecTh BCero 4epes Tpu rofa mnocie OTKpbITus MeH-
JIeJIeM CBOMX 3aKOHOB (CIIy4allHOCTh WJIM 3aKOHOMEPHOCTH?). Torjaa u3 cnepmsl jiococs Mulep BbIAETUII
docdopcoaepkaliee BEIIECTBO, MPOUCXOIAIIEE U3 KICTOYHBIX Si7iep, KOTOPOE OH Ha3Bal HYKJIEHHOM (OT
CJIOBa HYKJIEYC — SIIPO), @ MBI TEMEph €ro Ha3bIBaeM JI€30KCHPUOOHYKIEMHOBON KUCIOTOH. [Ipumeda-
TEJIBHO, YTO J[BA TAKUX BAKHBIX OTKPBITHS, KaK OOHApYKEHUE €MHUIIBI HACIEICTBEHHOCTH U ee (hu3ude-
CKOTO HOCHTEJs, ObUIN ClIeaHbl OYTH OJHOBpeMeHHOo. O/HaKo, KaK U B cllydae ¢ 3akoHaMu 1. Menze-
JI51, TPAKTUYECKU HUKTO U3 MCCIIEIOBATENEH B TO BpEMsI HE CMOT OLIEHUTh BaXKHOCTb OTKPbITUsI Mutiepa.
B npanbHelilieM CyIIECTBEHHBIM BKJIAJ B W3YyYEHHE HYKJICHHOBBIX KHCIOT BHECIM HEMELKHM XHMUK
AnbOpexT Kéccenb u amepukaHckuii OMOXUMUK pycckoro npoucxoxaeHus A. @. Jlesun. IlepBeiii ycTa-
HOBWJI, YTO B COCTaB HYKJICMHA BXOJST YETHIPE a30TCOACPIKAIIUX BEIIeCTBa (WX HAa3BalU a30THCTHIMH
ocHoBaHUsMU): afieHuH (A), ryanu (I'), mutosun (1) u Tumus (T) (32 910 B 1910 r. Ké€ccenp momyumnn
HobGeneBckyto nmpemuto mo ¢puzuonoruu u meaunune). 3atem A. @. JleBuH mokasan, 4To B COCTaB HYK-
neuHa, kpome Ttetpamsl A, I, Il um T, Bxomur BaoOGaBok Kk ¢ocopHON KHCIOTEe eme U ca-
xap Je30kcuprbo3a, To ecTh «pubo3a 6e3 KUcCIopoaa». Tak ¥ BOSHUKIO Ha3BaHUE JE€30KCUPUOOHYKIICH-
noBas kucnota (JJHK). ITo3anee B coctaBe npyroii HyKJI€MHOBOW KHCIOTH — PHOOHYKIEHHOBOW KUCIIO-
Tl (PHK) — 6b112 06HapysxeHa prbo3a BMECTO A€30KCUPHUOO03BI.

Ha sTom sTane mpemyioxkeHa oAaHa W3 MEPBBIX TUIOTE3 O CTPYKTYpPE HYKJIEHHOBBIX KHCIOT. Co-
TJIACHO ATOW TUIOTE3€, HYKJIEMHOBBIE KUCIOTHI MMOCTPOCHBI KaK JTMHEHHAs KOMOMHAIIMS CBSI3aHHBIX IPYT
C Ipyra XMMUYECKOW CBSI3bI0 HYKJIEOTHAOB. [I0 MHeHuUI0 JIeBHHA, YEThIpe pa3HbIX HYKJIECOTHUIA, BXOIS-
LIM€ B COCTAB HYKJIEUHOBBIX KUCIIOT, CBSI3aHbl MTOCIEA0BATEIBHO B CTAHAAPTHBIN TETPAHYKIEOTH, KOTO-
pBIi MHOTOKPATHO MOBTOPSETCA B CTPYKTYpPE HYKJIEMHOBOM KHUCJIOTHI. M MHOTHE HCCienoBaTenu npuHs-
JU ATy TUMOTEe3y Ha Bepy. OJHAKO CTOJIb OJHOOOpa3Has 1 MOHOTOHHAs MOCJIEOBATEILHOCTh HE TOJIU-
JIach Ha POJIb MAaTEPUATILHON CTPYKTYpHI TeHOB. [10 3TOi mpuunHe A0aTOE BpeMsi OBITOBAIO MHEHHE, UYTO
JIHK BBIMONHSET KaKyI0-TO YUCTO CTPYKTYPHYIO (DYHKIIHIO B XPOMOCOMAX.

12



I'eHHblE KOHCTPYKIMU OpTaHKU3Ma YeloBeKa U )KUBOTHBIX ABTOp Makapos JI.M.

Cepusi OTKpBITHM, KOTOpBIE IPUBEIN K COBPEMEHHOMY IOHMMAHMIO I€HETHMYECKON Ba)KHOCTHU
JAHK u ee ocHoBomosararomen pojii B OpraHu3aldid XpoMOCOM, Hadallach B cepeaune 20-X rojoB mpo-
nutoro Beka, korna JI. 3uns6ept Ha npotesx u O. I'pudput Ha THEBMOKOKKAX OMMCAIH OIBITHI 110 CEPO-
norudeckoi Tpanchopmanuu. B 1944 rony amepukanckuii 6uonor OcBanp Teonop OBepu ¢ coaBTOpa-
MU B OINBITaX ¢ MHEBMOKOKKAaMH MOKa3aJId, YTO C NOMOIIbI0 ynucToro npenapara JJHK moryr ObiTh crie-
nududecku U3MEHEHBI WX HacleACTBEHHBbIE cBOMcTBA. OMHAKO Jaxe ATH Oe3ynpedHbIe Pe3yNbTaThl HE
yOeuan yueHbIX MOJHOCThI0 B ToM, 4yto JIHK — 3T0 BemecTBo HaciencTBeHHOCTH. OHM 3acTaBUIU
YYEHBIX TOJIBKO YyCOMHHUTHCS B TOM, 4To JIHK wrpaer uucro crpykrypHyro poibs B xpomocomax. IIpo-
JI0JKajla TOCIOACTBOBATh TEOPHs OeKOBOW Mpupoabl reHa. M Takas cutyanus coXpaHsulach BIUIOTH 10
anpeins 1953 rona.
O6parumcs k paccmoTpenuto moiekynsl JJHK. Mrak, IHK cocrout u3 4-x a30THCTBIX OCHOBaHUi, a
TaKke caxapa (1e30Kkcupr603b1) U HochOpHON KUCIOTHL. [[Ba a30THCTHIX OCHOBAHUS (COKPAIICHHO HA3bI-
BaeMbIX L{ 1 T) oTHOCATCS K KJIacCy Tak Ha3bIBaeMbIX MUPUMHUINHOBBIX OCHOBaHMS, a J1Ba Apyrux (A u )
— K IIYPUHOBBIM OCHOBaHUAM. Takoe pa3ziejeHe CBSI3aHO ¢ OCOOCHHOCTSIMU UX CTPYKTYp, KOTOpPbIE MO-
Ka3aHbl Ha puc. 3.
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Puc. 3. CtpykTypa a30TUCTBIX OCHOBaHHH (2JIEMEHTAPHBIX «OYKBY»), U3 KOTOPBIX MOCTPOEHA MOJIEKYJa
JIHK

OtnenpHBIE OCHOBaHUsA cBsi3aHbl B 1ienouke JJHK caxapo-dochaTtHbivMu cBSI3sMH. DTH CBSA3H H300paxe-
HBI Ha pUCYHKe (puc. 4).

Bce ato m3BecTHO yxe noBoibHO naBHO. Ho perampHOe ycrpoiictBo mosekynsl JJHK cramo monsTHO
JMIIB cnycTs nmoutd 90 jet mocie 3HaMeHUThIX paboT Menaens u oTKpeITus Mumepa. 25 anpenst 1953 r.
B aHITIMHCKOM )ypHaie «Naturey» OblI0 OIyOJIMKOBaHO HEOOJBIIOE TUCHMO MOJIOBIX U TOTJA €Il MaJlo
U3BECTHBIX yueHbIX J[keiimca Yorcona u ®@pencuca Kpuka penakropy xypHaia. OHO HauMHAIOCh CIIO-
Bamu: «MpbI XOTenu ObI MPEJIOKUTh CBOU COOOpakeHHs 1O MMoBoAY cTpykTypsl conu JJHK. Ota cTpyk-
Typa UMEeT HOBBbIE CBOMCTBA, KOTOpPbIE MPEJICTABIIAIOT OONbIION OHonornyeckuil naTepecy. Crares co-
nepskana Bcero okoso 900 cioB, HO — M 3TO HE MPEYBEINYEHUE — KaXKJI0€ U3 HUX O0Ka3aJoCh Ha BEC 30-
J0TA.

A nauanocs Bce Tak. B 1951 rony Ha cumnosuyme B Heanone amepukanen >xeriMc YOTCOH BCTpEeTHIICA
¢ aHrMm4aHuHoM Mopucom YunkuHcoM. KoHe4YHO ke, OHU TOT/1a He MOIJIN ce0e laxke MPeaCTaBUTh, YTO
B pe3yJibTaTe 3TOM BCTPEUU OHU CTAHYT HOOENEBCKUMH JlaypeaTamMu. B To Bpemst YUIKHHC cO CBOEH KOJI-
neroii Pozanuunoit ®@pankinud npoBouiu B KeMOpUKCKOM YHUBEPCUTETE PEHTTEHOCTPYKTYPHBIH aHa-
mu3 IHK u onpenenwnu, uro monekyna JIHK npencrasnser co6oii, ckopee Bcero, cnupaib. [locme pas-
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roBopa ¢ YUJIKUHCOM Y OTCOH «3aropelicsi» U peuini 3aHAThCsl UCCIIEI0BAHUEM CTPYKTYPbl HYKJIEMHOBBIX
kucnot. OH nepedpancs B KemOpumk, rie nosHakommics ¢ @pencucom Kpukom. Yuensie pemmim co-
BMECTHBIMH yCUJIMSIMU TMOMBITATHCS MOHATH, Kak ycTpoeHa JJHK. Paborta Hayanack He Ha MyCTOM MecCTe.
UccnepoBatenu yxe 3HaIHM O CYIIECTBOBAaHUH JBYX TUIIOB HYKJIeHnHOBBIX KucioT (JJHK u PHK), 3nanu u
TO, U3 Yero OHM cOCTOAT. B ux pacnopsukennu O0butH (GoTOrpadu peHTTeHOCTPYKTYPHOTO aHAIU3a, 1Mo-
nydeHHbie P. @panxnua. Kpome Toro, Dpun Yapradd chopmynmpoBanr kK TOMy BpeMEHH OY€Hb BaKHOE
npaBuiio, cornacHo kotopomy B JIHK uucno A Bcerna paBno uucny T, a yucno I paBHo uucny L. A na-
nee cpaboTana «urpa ymay. Pe3ynbratom 3TO# «Mrphl» W cTaja cTaThs B KypHaie «Nature», B KOTOpOH
Jx. Yorcon u ®@. Kpuk onucanu co3gaHHyr0 UMH TE€OpETHUYECKU Mojenb cTpoeHus moiekynsl JJHK. Co-
TJIACHO WX «HAayYHOU (paHTa3WMW», OCHOBAHHOW TE€M HE MEHEe Ha OIPEEIICHHBIX TBEPIO YCTAHOBICHHBIX
¢akrax, monekyna JJHK gomkHa cocTosITh U3 IBYX TUTaHTCKUX MOJMMEPHBIX IIETIOYEK. 3BEHbS KAXKIOTO
MOJIIMEpa COCTOAT M3 HYKJICOTHIIOB: YIIIEBO/A J1€30KCUPUO03bI, ocTaTKa (HOCHOPHOI KUCIOTHI U OJJHOTO
u3 4 azotucthix ocHoBanui (A, I', T wm L).
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Puc. 4. Xumnueckas crpykrypa nenu JJHK

[TocnenoBaTenbHOCTh 3BEHBEB B IIETIOUYKE MOXKET OBITH JI000M, HO 3Ta MOCIE0BATEIILHOCTh CTPOTO CBA-
3aHa C MOCJIEeI0BATEILHOCTHIO 3BEHBEB B APYTOH (ITApHOM) IMOJMMEPHOH LETI0UKe: HAIPOTUB A JOIDKHO
ob1Th T, HarpotuB T nomkHO ObITh A, HanpoTuB L[ nomkHO ObITh I', @ HanpoTuB I nosmkHO 6bITH L1 (Ipa-
BHJIO KOMILJIEMEHTApHOCTH) (pHC. 5).

KON ACTCH AP D C 0 N A K

Hracooanee ocrTarkuy

——
——

AJ0TUCTEE DCHOBAaHUSR




I'eHHblE KOHCTPYKIMU OpTaHKU3Ma YeloBeKa U )KUBOTHBIX ABTOp Makapos JI.M.

Puc. 3. Cxema B3aumozelicTBUs JBYX KOMIUIEMEHTapHbIX Lenel B moaekyie JHK

JIBe mojuMepHbIe LENU 3aKpyueHbl B MIPaBUWIbHYIO JBOMHYIO crupaib. OHU yAep KUBAIOTCSl BMECTE I10-
CPEACTBOM BOJIOPOJHBIX CBsi3el Mexay napamu ocHoBaHull (A—T u I'-11) monoOHO cTyneHbKaM JIECTHU-
ubl. [1o 3Toi npuumnne ropopst, uro ase nenu JAHK komruiemenTapasl. [l IpUpoabl 3TO HE yIUBUTEIIb-
HO. [3B€CTHO MHOXECTBO NIPUMEPOB KOMILJIEMEHTapHOCTU. KoMIUIEMEHTapHbI, HallpUMEp, IPEBHEKUTAN-
CKHE CUMBOJIbI «MHb» U «IHBY», THE3/1a PO3ETKH U IUTHIPbKU BUJIKH.

JBoitHas cnimpans JTHK cxematnyecku nzobpaxena Ha puc. 4. BHellHe oHa HallOMHUHAET BEPEBOYHYIO
JIECTHMILY, 3aBUTYIO B IpaByto crnupaib. CTyNeHsIMU B 3TOU JIECTHHULIE SBISAIOTCS Mapbl HYKJIEOTHIOB, a
CBSI3BIBAIOIIME UX «OOKOBHHKH» COCTOAT U3 caxapo-(hocdaTHOro ocTosa.
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Puc. 4. 3namenutas nsoiinas cnupanb JJHK a — Penrrenorpamma /JIHK, nonydyennas P. @pankius, Ko-
Topas nomorna Yorcony u Kpuky HaiiTu kirod Kk aByxcrnupanbHoi ctpykrype JHK; 6 — Cxemaruue-
cKoe n300pakeHue AByxcnupanbHoi Mosekynsl JJHK

Tak Oblya OTKpBITa 3HAMEHUTAs! «BOMHAs criupaiby. Eciu nociaenoBaTenbHOCTh 3BEHbEB (HYKJICOTH]IOB)
B /IHK paccmaTtpuBarh Kak €€ NEpPBUYHYIO CTPYKTYpPY, TO JBOIHas CHOUpajlb — 3TO YK€ BTOPUYHAA
crpykrypa JIHK. IIpennoxxennas YorconoMm u KpukoMm Mozens «IBOMHON CMpalIny» U3SIIHO pellaia He
TOJIBKO MPOo0JIeMy KOAUPOBAHUS HH(DOPMAIIUH, HO U YABOEHUS (PEIIMKAIIMN) TeHa.

B 1962 roxy Jx. Yorcon, @. Kpukx u Mopuc Yuinkuuc noay4dusiv 1o JOCTOMHCTBY 3a 3TO JOCTUKEHHE
HoGenesckyto npemuto. A JIHK Obina Ha3BaHa caMoii I1aBHOM MOJIEKYNOH »kMBOM npupozasl. Bo Bcem
3TOM, KOHEYHO €, ChIIpajy CBOIO pOJib TOYHbIE cBefeHus o crpoennn [JHK, HO He B MeHblel mepe u
«IIPOBUIYECKUE» MOCTPOCHUSI CJIOKHON MPOCTPAHCTBEHHON CTPYKTYPBI, UYTO OTPeOOBAIO OT UCCIIEA0BA-
TeJel He TOJNBKO JIOTUKH, HO M TBOPYECKOT0 BOOOPaXKEHHsSI — KayecTBa, MPUCYLLIETro XyJ0KHUKaM, M1ca-
TeNAM M modTaM. «3zech, B KemOpuke, npon3omuio, ObITh MOXKET, CaMO€ BbIJAIOIIEECs MOcae KHUTU
HapBuHa cobpiTre B Onosiorun — YorcoH u Kpuk packpbuid CTpyKTypy resal» — mnucai B TO BpeMsl B
Konenraren Hunbscy bopy ero OpiBimii yuenuk M. JlensOprok. M3BecTHBIN ncnaHckuid Xyn0xKHUK Calb-
Bajiop Jlaim mocne OTKPBITUS JBOWHOW CIHMPAIM CKa3all, YTO ATO IJIA HErO SIBUWIOCH JOKa3aTEIbCTBOM
cymectBoBanus bora, u nzo6pazmi IHK Ha oHO# U3 CBOMX KapTHH.

WTak, MHTEHCUBHBII MO3rOBOI IITYPM, NPEAIPUHATHIN yUYeHbIMU, 3aBEPILINJICS MOJHBIM ycriexoM! B uc-
TopudeckoM MmacmTabe oTkpbiTHe cTpyKTyphl JJHK comoctaBumo ¢ OTKpbITHEM CTPYKTYphl aroma. Eciu
BBISICHEHHE CTPOEHHUS aTOMa IPUBEJIO K MOSBIECHUIO KBAaHTOBOM (U3UKHU, TO OTKpbITHE cTpYKTYyphbl JJHK
J1aJI0 Ha4ajuo MOJIEKYJISIpHOM OHOoNoruu.

KaxoBbiMu ke oka3anuch riaBHble pusndeckue napamerpsl JJHK yenoBexka — 3Toil riiaBHOM ero mode-
Kynbl? Jluamerp aBoiiHON crimpanu paBeH 2 HaHoMmeTpaM (1 HM = 10-9 m); paccTosiHHE MEXAy COCEAHU-
MU [1apaMH OCHOBaHUM («cTymeHbKaMuy») coctaniser 0,34 HM; OJIUMH MOBOPOT CHUPAIU cocTOUT u3 10
nap ocHoBaHui. IlocnenoBarensHocTh nap Hykneotuaos B JIHK HeperynspHa, HO caMu napbl yJI0KEHBI B
MOJIEKYJIe KaKk B KpHUcTaie. DTO Jalo OCHOBaHUE XapakTepuszoBarh Mojiekyny JIHK kak nuneinsli amne-
PUOAUYECKUI KPUCTAILIL.

Uucno ornenpHbix Monekyn JIHK B kierke paBHO yuciny XpomMocoM. JUIMHA TakoW MOJEKYJIbl B Hau-
OonbLIel o pazMepy xpomocoMe 1 uenoBeka cocTaBisieT 0kojio 8 cM. [Tog0OHBIX THTAHTCKUX MOIUMe-
POB IIOKa HE BBISBICHO HU B IIPUPOJE, HU CPEIU UCKYCCTBEHHO CHHTE3MPOBAHHBIX XHUMHUYECKUX COEIU-
HEHUM.

VY uvenoBeka nnuHa Beex modiekyin JIHK, coneprxammxcst BO BCeX XpOMOCOMaxX OJHOW KIIETKE, COCTABIISIET
npumMepHo 2 merpa. CienosarensHo, JuinHa Mosiekyn JJHK B mumnapa pas Gosbie ux TOMIMHBL Tak
KaK OpraHu3M B3pOCJIOro 4ejaoBeka cocTouT npumepHo u3 5x1013 — 1014 kierok, To o0mias JirHa BCexX
monekyn JIHK B opranusme paBua 1011 kM (3T0 moyTH B ThICSAUYY pa3 OoJble PaCCTOSHUS OT 3eMJIH A0
Comnnna). Bor takas ona, cymmapnas JIHK Bcero smmib ogHOTO YenoBeka!

Koraa rosopsr o pazmepe reHoma, To nojapaszymenaror obuiee conepxanue JJHK B equnnunom HaGope
XpomocoM sizipa. Takoil Habop XpOMOCOM Ha3bIBAIOT TalJIOUIHBIM. J[e710 B TOM, YTO OOJIBIIMHCTBO KJle-
TOK HAIlIero OpraHu3Ma COJEP>KUT JBOWHON (IUIUIOMIHBIN) HAOOP COBEPILIEHHO OMHAKOBBIX XPOMOCOM
(TONBKO Y MYXYHH 2 MOJOBbIE XPOMOCOMBI OTJIMYAIOTCS).

W3mepenust pazmepa reHoMa NMpUBOALTCA B JalbTOHAX, Mapax HYKJIEOTHAOB (. H.) WM OUKOrpaMmax

(r).

CooTHo1IeHNE MEXY 3TUMU €UHUIIAMU U3MepeHus cienyromue: 1 or = 10-9 mr = 0,6x1012 nansToH =
0,9x109 n. H. (manmee MbI OyJeM HCIOJIB30BaTh B OCHOBHOM II. H.). B ramionHoM reHOME 4enoBeKa Co-
Jep>KUTCS 0KoJI0 3,2 MIpI. M. H., yTo paBHo 3,5 nr JIHK. Takum o6pazom, B siipe 0AHOM KJIETKU YeloBe-
ka coxepxurca okono 7 nr JJHK. Ecnu ydyecTs, 4TO cpeqHuil BeC KJIETKH YEJIOBEKA PAaBEH NMPUMEPHO
1000 mr, To nmerko paccuutats, 4to JIHK cocraBnser menee 1% ot Beca kietku. M Tem He MeHee, YTOOBI
BOCIIPOU3BECTH CaMbIM MEJIKHUM HIpU(TOM (Kak B Tese(OHHBIX CIIPAaBOUYHUKAX) Ty OTPOMHYIO HH(pOpMa-
110, KoTopas coiepkurcs B Mojekynax JIHK ongHolt Hamell kieTku, HoHag00UI0chk Obl ThICSIUYA KHUT 110
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1000 cTpanun B kaxkaoi! BoT TakoB MOJHBIN pa3Mep reHoMa 4eaoBeKa — DHUUKIONEINU, HAITMCAHHOU
YeTbIPbMsI OyKBaMHU.

Ho He cnemyeT mymarhb, 4TO T€HOM 4YeJOBEKa HaMOOMBIIHIA U3 BCEX CYHIECTBYIOIIUX B mpupoae. Hampu-
Mep, y canaMaHapbl U guiuu juimHa mosekyn [JAHK, conmepxamuxcs B OQHON KJIETKE, B TPUIALATH pa3
0oJIbIIe, 4YeM Y YeIoBeKa.

[Tockonpky monekynsl JIHK uMeroT rurantckuil pasmep, UX MOXHO BBIACIUTh U YBUJETh Ja)Xe B J0-
MalIHKUX yCJIOBHsIX. BOT kak omuchiBaeTCs 3Ta MpocTasi Mpolielypa B peKoOMeH1aluu Ais Kpyxkka «HOHbIiH
TeHETUK». Bo-1epBbIX, HAJ0 B3ATH JIFOObIE TKAHH KUBOTHBIX WIIM PACTUTEIBHBIX OPTaHU3MOB (HAIIpUMED,
sI0JIOKO WMJIM KYyCOK KYPHIIBI). 3aTeéM HaJ0 Hape3aTh TKaHb HAa KYCOYKH W MOJOXHTH 100 r B OOBIUHBII
mukcep. [locne nobaBnenus 1/8 gaitHoi noxku comu 1 200 M XOJIOAHOM BOJIBI BCSI CMECh B30OMBAETCS Ha
MHUKcepe B TeueHue 15 cekynn. [lanmee B30uTas cMech MPOIICKUBACTCS Y€pe3 CHUTEUKO. B moiydeHHyro
MSIKOTh HaJl0 100aBUThH 1/6 OT ee KonuyecTBa (3T0 OyAeT MPUMEPHO 2 CTOJIOBBIE JIOKKH ) MOIOIIETO Cpe/l-
cTBa (UIsl MOCYJbI, HAllpUMep) U Xopollo pasmemaTs. Yepe3 5—10 MUHYT JKUIKOCTh pa3jIMBAETCS IO
MpoOUpKaM WU JIFOOBIM IPYTHM CTEKJISIHHBIM €MKOCTSIM, YTOOBI B Ka)JI0H M3 HUX OBLIO 3alOJTHEHO HE
0osbie Tpetu oObema. 3aTeM K Hel Jo0aBisieTcs 10 YyTh-4yTh JHOO COK, BBDKATHIM U3 aHaHaca, JIuOo
pacTBOp, UCIOJIb3yEMbI JIJISl XpAaHEHUS! KOHTAKTHBIX JIMH3. Bee copepxuMoe BerpsxuBaercs. Jlenats 3To
HAaJI0 BECbMa OCTOPOYKHO, TaK KaK €CJIM TPSICTU CIMIIKOM CHJIBHO, TO rurantckue Mosiekyiasl JJHK moso-
MAIOTCS U MOCJIE TOTO HUYETO Helb3s OyAeT yBUIeTh rinazamu. [lanee B mpoOUpPKY MEAJIEHHO BIMBACTCS
paBHBIN 00BEM 3THIIOBOTO CIUPTA, YTOOBI OH 00pa30Bai CJIOM MOBepX cMecu. Eciu mociie 3Toro mokpy-
TUTH B MPOOUPKE CTEKISTHHON MANOYKOM, Ha HEE «HaMOTAeTCs BsA3Kas U MOUTH OeclBETHAs Macca, KOTO-
past u ipeacTasisier coooit nmpemnapat JJTHK.

I'eHeTHYecKasi TPAMMATHKA

Ilocne ycTaHOBIEHUSI XMMUYECKOIO CTPOEHMs U mpocTpaHcTBeHHOU cTpykTypsl JJHK ocraBanocs emie
MHOECTBO BOIIPOCOB, OCHOBHOM M3 KOTOPBIX 3aKirovaiics B ToM, kKak ke JJHK xkogupyer 6enku, To ecth,
YTO MPEACTaBIISAET U3 ce0sl FTeHETUYECKUN KOJI 3TOM MOJICKYJIbl, KaKyl0 «TPaMMaTHKY» OHa HCIOJb3yeT?
Ha 510 B nepByto ouepenib v ObLIM HAINIPaBJICHbI JajbHEHIINE YCUIUS UCCIeA0BaTENeH.

Wrak, yctaHoBieHO, uTo «OykBamu» B JJHKoBOM TekcTe city)xaT HyKJI€OTHbl — 3JIE€MEHTapHbIEC 3BEHbs
nommmepror mosekynsl JIHK. B JIHK Bcero 4 nykneoruna (A, T, I', I1). CienoBarensHo, €Clid CPaBHUTH
KaX/IbIil U3 3TUX HYKJICOTHAOB C OT/AENbHOM OykBoH, To andasut JJHKoBoro tekcra comepxut Bcero 4
«OyxBbI». Kak e 13 3Tux «0ykB» QOPMHUPYIOTCS «CI0Ba» U «IIPEITIOKEHUA»?

benkoBble MOJIEKYIBI BCEX CYLIECTBYIOLIUX HA 3€MJIE OPraHU3MOB IIOCTPOEHBI BCETO M3 20 aMUHOKHCIIOT.
Cpa3y nociie co3nanusa monenu JJHK crano sicHO, 4TO CyIECTBYeT HEKUN KOJ, IEPEBOASIINN YEThIpEX-
oykBennbiii JIHKOBBIN TeKCT B ABaAIIaTHOYKBEHHBI aMUHOKHUCIOTHBIM TEKCT. DJIEMEHTAPHBIC PaCUCThI
TOBOPWJIM O TOM, YTO YHCJIO BO3MOXHBIX COUYETaHWH, B KOTOPBIX YETHIPE HYKJIEOTHJA MOTYT OBITH IO-
Pa3HOMY PacCIOJIOKEHBI B «TEKCTE», JOCTUTAET aCTPOHOMHUYECKHMX 3HadeHui. Tak, monekyna JJHK, co-
crosAwas, K mnpumepy, Bcero u3 100 map HyKJIEOTHAOB, MOXKET TEOPETHUUECKH KOAUPOBATH
4100 pa3nuuHbIX OETKOBBIX «TeKCTOBY». KakoBa jxe cuTyanus Ha camoM jene?

OnHuM U3 MEPBBIX B 3TOM MbITANICS pa3oOparbes pycckuil pusuk I'. ['amoB, sMurpupoBasuiuii B ToO Bpems
B AMepuky. Hacnymapince MHOrounciaeHHbIX pasroBopoB o JJHK u y3HaB, uto oHa copepKUT — Kak U
KapThl — BCETO YETBIPE «MACTNU», ] 'aMOB PEIINI «Pa3JIOKUTh MACHSIHC)» C LIEIBIO MIOHATh YCTPOMCTBO re-
HeTHu4eckoro kojaa. EMy cpasy crajno siCHO, YTO KOJ HE MOKET OBITh «JIBOMYHBIM», TO €CTh OJIHY aMHUHO-
KHCJIOTY B O€JKe T0JKHA KOAUPOBATh HE ABOWKA HYKICOTUA0B — «OYKB», a KAK MUHMUMYM TpoiKka. Jleno
B TOM, YTO couyeTaHue u3 4 mo 2 naetr Bcero 16 xkoMOMHAIUM, a 3TOr0 HEJOCTATOYHO JUISl KOJUPOBAHUS
Bcex 20 amuHokucnoT. CrnenoBartenbHo, paccykaan ['aMoB, KoJ JOJKEH ObITh 10 KpaliHeil Mepe TpexOy-
KBEHHBIM, TO €CTh KaXIyI0 aMHUHOKHCIOTY JOJDKHA KOJIMPOBATh TPOHKa «OYKB» B JIFOOBIX COYETAHUSX.
Ha »TOM OH M OCTaHOBUIICS, MOCKOJBKY Jajee BO3HUKAJIO MHOXECTBO BOIIPOCOB. B 4acTHOCTH, Takou:
quCclIo coueTaHuit u3 4 no 3 paBHo 64, a aMuHOKHUCIOT Beero 20. 3auem ke Takas U30bITOYHOCTh B TPEX-
OyKBEHHOM Kojie?
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B TO Bpems yxe cyliecTBOBaJl XOPOILO W3BECTHBIN MyTh, KOTOPBIH, B YACTHOCTH, OBLI MIPOJAETIaH B CBOE
Bpems ¢paniyzoM Kanom Hlamnonsonom npu aemudposke uepornugon apeBHero Erunra. B xauectse
OCHOBHOT'O IOJICTIOPBS JUIsl PEIICHUs CTOSIIEH Mepes HUM 3aJaud OH UCHOJIb30Ball 0a3albTOBYIO IUIUTY,
KOTOpPYIO OOHApYKUJIM BO BpeMs BoeHHOW komnanuu Hamoneona B Erumner u koTopas nonyuusia Ha3Ba-
Hue Pozerrckuii kamenb. Ha mmre ogHOBpEMEHHO NMPUCYTCTBOBAJIM JIBE HAAMMUCHU: OJHA Obljla UEPOTIIH-
¢buyeckas, a qpyras — cJelaHHas IpeuecKUMH OyKBamMH Ha rpedeckoM si3blke. K cuacTbio, U S3bIK, U
MUCbMO JPEBHUX IPEKOB OBLIM B TO BpEMs YK€ XOPOIIO M3BECTHBI YUeHBIM. B pe3ynbTare cpaBHEHUE
IBYX TEKCTOB P0O3eTTCKOro KaMHs MpUBENO K paciiu(poBKe erUNeTCKON Hepormu(uKy.

OTUM MyTeM U JIBUHYJIUCh YY€HbIE NpU paciindpoBKe reHeTuyeckoro koaa. Hago Obuio cpaBHUTH J1Ba
TeKCTa: TeKcT, 3anucanHblil B JIHK, ¢ TekcroMm, 3anucannbiM B 6enke. OHAKO MMEPBOHAYAIBHO YYEHBIE
He ymemu «autath» JJHK, a ogHoro m3BecTtHoro B To BpeMsi OETKOBOTO TEKCTa OBLIO HEIOCTATOYHO.
[Tpunutoch UCKYCCTBEHHO CUHTE3UPOBaTh pa3HOoOpaszHble kopoTkue ¢pparmentsl PHK u cuHTe3nposath
Ha HUX B MCKYCCTBEHHBIX cucTemax (parmeHThl O6enka. Becnoit 1961 roga B Mockse Ha MexayHapo-
HOM OHoxuMudeckoM koHrpecce M. HupenGepr cooOuiu, 4To eMy yJIanoch «IpOYECTb» MEPBOE «CII0-
Bo» B JIHKoBom Tekcre. D10 ObL1a Tpoiika OykB — AAA (B PHK, cootBercTBenHo, YVYV), To ecTb Tpu
aJIecHUHa, CTOSIIUE JPYT 3a JAPYroM, — KOTOpas KOAUPYET aMHHOKHUCIOTY (eHualaHuH B Oenke. Tak
OBLIO MOJIOKEHO HAYaJI0 pacii(PpoBKE TEHETUUECKOTO KO/Ia.

Takoit myTh B KOHEUHOM MTOI'€ BCKOpE IMPHUBEN K MOJHOM pacimudpoBke reneTrnyeckoro kona. Iloareep-
JWIOCH MpeAnosaoxeHue ['amoBa, 4To KO TPUILIETHBINA: OJTHOM aMUHOKHUCIIOTE B O€lIKaX COOTBETCTBYET
nocienosarenbHocTs U3 3 Hykineotunos B JIHK u PHK. Takue xonupyromue Tpoikyu HYKI€OTUAOB —
«CJI0Ba» — MOJYYWIN Ha3BaHUE KOJJOHOB.

Harmomumm, uto eme 'amos I'.? CTONKHY/ICS ¢ MAapagoOKCOM: M3 YETHIPEX HYKICOTHIOB MOXKET OBITH I10-
CTpoeHO 64 pa3HbIX KOAOHOB, a Ui IOCTPOEHUS OEIKOB HCIOJIb3YyeTcs TOJNBKO 20 pa3iuyHbIX aMHUHO-
KHCoT. Pemienue 3Toro napasokca 0kKazajaoch B CEIYIOIIEM. BOJbIIMHCTBO aMUHOKHUCIIOT MOKET KO-
POBaThHCSl HECKOJIBKMMHU KOJIOHaMu. [locnie BBIAICHEHHS 3TOro 00CTOSTENbCTBA T€HETUUECKUI KOJ| Ha3Ba-
JIU BBIPOKICHHBIM.

B tabnune 1 nmpuBenens! kogonsl, HO He B camoi JIHK, a B PHK-nmocpennuke (matpuunoii PHK, unm
MPHK), oOpa3yromeiica na JIHK, u coorBeTcTBYIOIIME UM aMUHOKHUCIIOTHI B O€IKaX.

Kpome Toro, kak BUAHO U3 TaOJIUIIBI, peaibHO JAJIs1 KOAMPOBAHUS UCIIONIB3YIOTCS HE BCE BO3MOXKHBIE KO-
noHbl. Tpu U3 3TUX WIMILHUX)» KOJOHOB BBINOJIHAIOT (DYHKIIMIO CTOI-CUTHAJIOB, 0OecreunBas mpeKpaiie-
HUE CUHTe3a OEJIKOBOM LIeTH.

Ecnu BHUMaTENbHO MOCMOTPETh Ha TaOIUIy 1, TO BUHO, YTO BBIPOXKJIEHHOCTh '€HETUYECKOI0 KOJia HO-
CUT HE COBCEM CIIy4alHbIN XapakTep. XOTs KOJ TPUILIETHBIN, OCHOBHYIO Harpy3Ky HECYT IIEpBbIE [Ba
HYKJIEOTH/Ia B KaKJJOM KO/I0HE. Yalie Bcero B pa3HbIX KOJOHAX, KOAUPYIOIIUX OJHY U Ty K€ aMUHOKHC-
JIOTY, OTJINYAETCS JIUIIb TPETUM HYKJIEOTHU.

Tabmuma 1. I'enernueckuii coBapb. YKa3aHbl aMUHOKHUCIIOTHI, BCTPEYAIONTHECS B O€JIKaX, U COOTBETCT-
ByIOLIME UM KOJOHBI B KommuieMeHnTapHoil JIHK marpuunoit PHK

['enernueckuil Ko/l MepBOHAYaIbHO OBLI paciin(poBaH y TaKUX MPOCTHIX OPraHU3MOB, Kak (aru u Oax-
Tepun. B nanmpHeiiem oka3ajioch, UTO OH YHUBEpCAJIEH (32 OYEHb PEAKUM HCKIIOUYEHUEM) JIJIsl TEeHOMOB
BCEX CYIIECTBYIOIUX HBIHE )KMBBIX OpraHu3Max (ot 6akrepuii 10 yenoBeka). Hebonbiine otnnyus, o Ko-
TOPBIX MBI IIOTOBOPUM Jlajiee, ObLIIM BBISBIEHBI IPU CPABHEHUU SIIEPHOTO U MUTOXOHAPHAIBHOI'O T€HO-
MOB.

T'eopruii AntoHoBmuY ['amoB (Takxke u3BecTeH Kak Jlxopmxk I'amoB, anri. George Gamow) COBETCKHHA U aMepUKaH-
CKUH (QU3UK-TEOPETHK, aCTPO(PU3UK U HOIYIAPU3ATOP HAYKH.
OH siBIsieTCsl aBTOPOM ITIEPBOI KOJNMYECTBEHHOI TeopuH aib(da-pacnazia, OAHUM M3 OCHOBOIIOJIOKHHKOB TEOPHUU «TOpsSUYei
BceneHHoI» 1 OHUM 13 THOHEPOB NPUMEHEHUs IepHOi GU3UKH K BorpocaM 3BomoiH 3BE3]. OH BriepBbIe YETKO ChopMy-
JIUpoBal mpobieMy reHeTudeckoro kozaa. llupokyro u3BecTHOCTs I'aMOBY MPHHECTH €0 HAyIHO-TIOMYJISIPHBIC TIPOU3BEICHUS,
B KOTOPBIX )KUBBIM U IOCTYITHBIM S3BIKOM PACcCKa3bIBACTCS O COBPEMEHHBIX HAyYHBIX MIPEICTABICHUAX.
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Wtak, kak B MPUBBIYHOM HaM TEKCTE KHUTH, Bcs uHpopMmanus 3anucana B JJHK mocrnenoBarensHOCTHIO
PACIIOJIOKEHUS YETHIPEX COCTABJISIONINX €€ «OyKB» — HYKJICOTHI0B. Takum oOpazoMm, JJHKoBeI1 TekcT
Hanucad ¢ nomombio A, T, I, ['-andasuta. IIpu s3T0M TOIBKO TEKCT oHOM U3 ABYX Heneit JJTHK oObruno
KOJMPYIOIIMHI, a Apyras Lelb, KaK NpaBUJIo, HEKOAUpPYromas. XOoTs U3BECTHO, YTO B KAXKIOM IPABHIIC
€CcTh HCKIItoueHus. Ecnu untaTtens nonpoOyeT HamucaTh 3TUMHU YEThIpbMs OyKBaMH Kakue-HUOYAb pyc-
CKHE CJIOBa, TO Y Hero Huyero He nonyuutcs. «Cinosom» B JIHKoBOM Tekcrte, yCI0BHO TOBOPS, CIIYKUT
ONPEACIICHHOE COYETaHUE TPEX HYKJIEOTHUIIOB, KOTOPOMY COOTBETCTBYET KOHKPETHAs aMHHOKHCIIOTA B
OelKe, SBISIOMIEMCS] TaKXKe MoauMepoM. TakuM oOpa3oM, B KJIETKE YETHIPbMs OyKBaMH 3alMCcaHO JBa
JIECSITKA «CJOBY» (AMMHOKUCIIOT — COCTaBHBIX YacTel OENKOB).

Tabmuua 1 ['eneruueckuii cnoBapb

Ananus Aprasus | Acnaparas Acnmaparmsosan | Bamum
KHCI0Ta

My, I'ia, | LY, LA, |FAY, TAILL AAY, AALTL I'yy, I'¥1,

[LILL T | WL, I, I'¥A, T¥T
ATA AT

I'merame | Pnonws | Dioyramues Inyramuaopas | Hzoneiinas

KHCI0TA

LIAV, [IALl |ITY¥,I[TA, |TAA, TAT LIAA, LIAT AVY, AVA,
[TLL ITT AVIL

Jeiinus Jusun Mernonnn Mpommna Cepun

¥¥A, VYT, | AAA AAT | ANT LI, LTI, ATY, AT,

LIVLL YT LA, LY ¥LA, ¥,

Li¥A, LIV YLy, YU

Tuposzun | Tpeonun | Pennnanannn | Tpanrodan Hucrenn

VAY, WALL | ALY, ALTA, | ¥¥VY ¥IT ¥Iy, ¥
AL, AL | ¥V

Het amuro-

KHCI0ThI

¥AA, VAT,

¥TA

U, nakonen, kak «mpemioxenue» B JIHK oBoM TekcTe MOXHO paccMaTpuBaTh MOJHBIN HAOOP TPHUILIETOB,
KOJMPYIOUINX ONpPE/IEICHHBINH O€JIOK, TO €CTh reH. TakuM 00pa3oM, reHeTUYEeCKHH anpaBUT COCTOUT BCe-
ro u3 4 OykB, a reHeTHYecKuil cioBapb U3 20 cioB. B 3Tol cBsI3W BCOMHUM, YTO J1aXe CIOBaph DJIJI0Y-
ku-monoenku u3 pomana U. Uneda u E. Ilerposa «/IBeHaauars crynseB» coctosa u3 30 cios, a «Cio-
Bapb s3bika npousseaeHuil A. C. [lymkuna» HacuuTeiBaeT npuMepHo 20 ThIC. CIIOB.

CymecTByeT cTporasi 3aKOHOMEPHOCTh: YeM JJTMHHEEe Ko (ueM OOJbIlIe B HEM 3HAKOB), TEM KOPOYE TEK-
cTbl. OTpOMHBII 1O pazMepaM KO MPEJICTaBISAI0T cO00, HampuMep, KuTaiickue ueporinudsl. B pesynb-
TaTe 3TOTO UEePOTTU(HHUUECKHE TEKCTHI CYIIECTBEHHO 00siee KPaTKH MO CPABHEHHIO C IPYTUMHU CUCTEMaMH
MMChMa, B TOM 4Hclie U Hamed. OHaKko Uisi coO3JaHusl TeHETHYEeCKOro Koja mpupoja BeiOpana Bcero 4
«6yKBBI>>. Taxou KO mpeArnojaractT HaJIn4nue QJIMHHBIX TEKCTOB, UTO U P€ajin30BaI0Ch HpHpO]IOI\/’I B BUJC
co3manus rurantckux monekyn JIHK. Ilpu HanucaHWy MOJHOTO «TEKCTa» FeHoMa YeJoBeKa moTpeboBa-
JI0Ch OKOJIO 3,2 MIIPJI. «OYKBY.

JInst cpaBHEHUS: B CBAILICHHOW KHUTE BbITHS, HATMCAHHON Ha IPEBHEEBPEUCKOM SI3bIKE, COJIEPIKUTCS BCE-
ro 78 100 Oyks.

Pazmnoocenue /[HK (pennuxayusn)
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Baxno To, uro crpykrypa JIHK, otkpeitas YorconoM u KpukoMm, MHOroe nposicHWia OTHOCH-
TEIbHO Pa3HBIX MEXaHU3MOB ()YHKIMOHHPOBAHUS 3TOi Moiekyisl B kierke. JIHK He Tonbko komupyet
TeHETHUYECKYI0 MH(POPMALIMIO, HO U CAMOBOCIIPOM3BOAUTCS (YABAMBAETCS) MPH KAXKIOM KIETOYHOM JIeje-
Huu. U Bckope yxe OblUIO 3KCHEPUMEHTAIbHO YCTAHOBJIEHO, YTO OJHOBPEMEHHO C JIEJICHHEM KIIETKH
JHK cHumaet ¢ camoii ce0s1 TouHble KOIIUH B MPOLIECCE YIBOCHUS, UM perIuKaiuu. Bo Bpems kietou-
HOTO JIeJICHUS clla0ble CBSI3U MEXy ABYMs LiensaMu JBoiHon criupanu [IHK pazpymatorcs, B pe3ynabraTe
4ero HUTHU PasfesAloTCsa. 3aTEM Ha KaKJOW M3 HHUX CTPOUTCS BTOPAs «JOUYEPHsI» (KOMILJIEMEHTApHAas)
uens JIHK. B pesynbrare atoro monekyna JIHK ynBanBaeTcs, Kak U KJI€TKa, 1 B 00€UX KJIETKaX OKa3bl-
BaeTcs 1o ojHoi nosnHoi konuu JJHK. Konmuu 10mKHBI OBITh TOTHOCTBIO UACHTHYHBIMHU, YTOOBI COXpa-
HUTb BCIO TCHETHYECKYIO HH(OpMaIuio.

[Ipouecc permkanyuy Urpaet KIr4eBy0 posib B COXPAaHEHUH OJHOM M TOM ’K€ T€HETUYECKON HMH-

(dbopMaiuu B pa3HbIX KJIETKax, oOpasyroumxcsa npu ux jeneHud. OnHako peaabHble MEXaHU3MbI PEILIU-
Kalluu JOBOJIBHO CIIOKHBI, U 10 HACTOSIIET0 BPEMEHU €llle HE BCE TOHKME JETANIM DTOro Ipouecca us3-
BECTHBI, 0COOEHHO IPUMEHUTEIHHO K FTEHOMaM BBICIIUX KUBOTHBIX OPraHU3MOB, BKJIIOUas YeI0BEKa.
B o0uiem BuJie 3TOT mpoliecc BRIMNIAAUT ciaenyomum odpazom. B kaxoi xpomocome JIHK yaBauBaercs
HE C HayaJla JI0 KOHIIA, a OT/IeJIbHBIMU KycKaMu (peruinkoHaMu). CpelHuil pa3mMep perinkoHa COCTaBIIsIeT
oko10 30 MxM. Tem caMbIM B cOcTaBe T€HOMa YesloBeKa JOJDKHO BeTpeuaThest 6osee S0 000 pernyimkoHOB,
yuactkoB JIHK, koTopble cunTe3upyroTcs B ape Kak He3aBUCUMBbIEe eluHUIbl. 1 3T0 nmeeT cBoil rirybo-
kuii cmbici. Ecim 661 kaxaas u3 mosiekyn JIHK ynBamBanace kak oJlMH PEIVIMKOH OT Hayajia J0 KOHILA
MOJIEKYJIbI, TO TIpU CKOPOCTH cuHTe3a 0,5 MKM B MUHYTY (2 OHa UMEHHO TaKOBa y 4eJIOBEKa) yJIBOCHHE
nepBoil xpomocomsl, umeromeil anmuny JIHK okono 7 cm, 3anumano 661 140 000 MUHYT, HIIM OKOJIO TPEX
MecsieB. Ha camom nene Gnarogaps monmperiiukoHHoMy crpoennto mojiekyn JJHK Bech mpomecc 3anu-
MaeT Bcero 7—12 yacoB. OTaenpHbIE OTHOCUTEIBHO KOPOTKUE PEIUIMKOHBI COEIUHAIOTCS APYT C APYToM,
oOecrieunBasi 3TUM MPOIECC BOCTIPOU3BEAeHU 11enoi Mmosekybl JTHK.

Hepe3anuc1; 2CHEMUYECKO20 meKcma u nepeao() 6 DesIK08blIil meKCcm

Tpaucxpunuu}z U mpanciayun

B xietke JIHK ciykuT B KauecTBe MaTpHIlbl, HA KOTOPOM NEPBOHAYAIBHO MPOUCXOJUT CUHTE3
pasubix PHK. Ilponecc nepesanucu renerndeckoit napopmanuu u3 JJHK B PHKoBBIH TekeT momyunn
Ha3BaHME TPaHCKpUILUA. DTOT mponecc, kak U perukanus JAHK, ocymectBisercss B sapax KIETOK.
IlepBoHayanbHO Ha reHax, KOAUPYOIUX Oenku, oopaszytorcs PHK-npenmecTtBeHHIKH, KOTOpBIE MOCIE
psaa Mmonudukanuil npespamatoTcs B Tak HazbiBaemble MaTpuuHble PHK (MPHK). Onu-to Henocpenct-
BEHHO U CIIyXaT MaTpULeH /Ui CUHTe3a OEJIKOB, TO €CTh UX KOAUPYIOT. Y craHoBieHo, uto MPHK ciyxat
He Tosibko HocuTensamu JIHKoBoit nnpopmanuu, HO 1 nepeHocuukamMu 3Tol HHOpMaLUU U3 A1pa B LU-
ToriazmMy kieTkd. Toiabko Tam MPHK MoxeT urpath posib MaTpuIlbl sl CUHTE3a OEIKOBBIX MOJIEKYII
(3TOT TpolIecCc Ha3BaH TpaHCHANKUeH). B muTomnasmMe Ha criennpUIECKUX «MalllHax» — pudocoMax —
ocyuectBisiercs npu Tpancasanun MPHK cunTes Mosiekyibl Oenka, T. €. MPOMCXOJUT NepeBoa HHpopma-
uuu ¢ yetbipexOoykBeHHoro si3pika MPHK Ha nBannatuOykBeHHbIN s3bIK Oenka. CxeMaTH4eCKH 3TOT Hpo-
1ecc n300pakeH Ha puc. 5.

B cepenune 60-x romoB Obu1 chopMyTHpOBaH OCHOBHOM MOCTyJaT (LIEHTpalbHAs JOTrMa) HOBOM
HayKH — MOJICKYJIIPHOW OMOJIOTHH, KOTOPBIH MEPBOHAYAITBHO BBITIISACI CIICTYIOIUM 00pa3oMm:
JIHK > PHK > Gemnoxk.

Pubocoma urpaer ponb «MaiivHbl», YUTAIOIIEH TeHeTHYecKy0 nH(popMmaluio, 3anucadayto B MPHK. Oto
MOJICKYJIIpHAs MalllMHA, TOCTPOEHHAs TI0 €IMHON CXEME Y BCEX OPraHM3MOB (BKJIIOYAs YEIOBEKa) C HE-
OonpiuMu BapuanusMu. OHa COCTOUT U3 ABYX prOOHYKIeonpoTenaHbix (cocrosmux u3 PHK u Genkos)
cyOuactui: mManon u Oonpiioi. Ha pubocome mpoucxonut B3ammogericteue MPHK ¢ tpancmoptHbIMU
PHK (TPHK), Hecymumu mo ogHONW aMUHOKHUCIIOTE Kaxkaasi. belnok cuHTe3npyercs MmyTeM o0pa30BaHUS
CBs3EH MeXay mocienoBarenbHo aocraBiseMbiMu TPHK amMuHOKHCIIOTAaMU. DTUM MPOIIECCOM «PYKOBO-
IUT» cama pudbocoma.
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. Tpanckpunis
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Puc. 5. Ilponecc tpancisuuu MPHK Ha prbocomax ¢ oOpazoBanueM Oerka

Ilo3gmee sToT mocryjiaar OBLI YTOYHCH, U TCIICPb OH BBITTIAAUT KaK

TpaHckpnnuua TpadHcnauwuAa

Pennukaumua | JHK I¥=— PHK ——» BENOK

O6paTtHasn
TPaHCKpUNUUSA

CrnenanHoe JOMOJHEHHE BbI3BaHO OOHapykeHueM B 1970 romy Takoro siBjieHHs, Kak oOpaTHas TpaHC-
KpUnuus. BeIACHUIOCH, YTO Y HEKOTOPBIX BUPYCOB, TEHETUYECKUI amnmapaT KOTopbix npencrasieH PHK,
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a He JIHK, kak y Apyrux >KMBBIX OpPraHU3MOB, UMEETCS CHEIHANbHBIN (PEepMEHT, KOTOPBIA MO3BOJISIET
OCYIIECTBIISATh Takol oOpartHbiii mpouece, kak cuHTe3 JJHK na PHK. DTtor depment momyuun nazpa-
HUe oOpaTHas TPAHCKPUIITA3a, WK PeBepTa3a.

Kazanoch Obl, Temeps yxe Bce CTajo SICHO M OJHO3HAYHO M 00Jee HUYETO HE MOXKET M3MEHUThCA. Psin
OTKPBITHI MOCIEIHUX JIET MPOAOKAeT BHOCUTh YTOUHEHUS B Ka3aBIIYIOCS HE3BIOTIEMON IEHTPATbHYIO
JIOTMY MOJICKYJISIpHOUM OUOJIOTHH.

Bo-nepBbIX, BBIICHUIIOCH, YTO LEHTpajbHasl JOrMa MOJIEKYJISIPHON OMOJIOTHMU MOCTYJIMPYET JIMUIb MYTh
nepeaayn TeHeTUYecKor nH(pOpMAIMK OT HYKJIEHHOBBIX KHCIIOT K O€JIKaM U, ClIeI0BaTeNIbHO, K KOHKPET-
HBbIM CBOWMCTBaM U MPHU3HAKAM >KMBOI0 opranu3ma. OJJHaKoO UCCIIeJOBaHHE MEXaHU3MOB pealn3aliu 3TO-
ro NyTH Ha MPOTSHKEHUU HECKOJBKUX JECATHIICTHH, MOCIEe0BABIINX 32 (POPMYIUPOBKOI IIEHTpaIbHOM
JOTMBI, BCKPBLIO ropasao 6osee paznooOpasnbie pynkunu PHK, momumo n3BecTHbIX paHee.

Bo-BTOpBIX, COrjacHO nepBOHaYaIbHON J10IMe, BCE HOCUTEIN MH(EKIMOHHBIX 00JIe3HEN TOJKHBI UMETh
renernueckuii Marepuan — JHK wim PHK. Oxka3anocs, uro u 3xech ectb uckmouenusd. B 1997 rony
HobGenesckas npemus 6buta BpyueHa Ctannu Ilpy3uHepy 3a OTKpbITHE OENKOBBIX MH(PEKLIMOHHBIX Yac-
THULI, BBI3BIBAIOIINX Takoe 3a00JieBaHKe, KaK, HAIpUMep, O0JIE3HU «KOPOBBETO OEIICHCTBAY, WM I0YeCy-
XHU. DT 4aCTHIIbI ObLIN Ha3BaHbI IpHoHaMU. [IpoHNKas B KJIETKY-X0341Ha, IPUOHBI «HABSI3bIBAIOT» CBOIO
00JIe3HETBOPHYIO KOH(OpMAIUIO (M3MEHEHHYIO MPOCTPAHCTBEHHYIO CTPYKTYpPY) HOPMaJbHBIM Oelkam-
aHanoram, cogepxkamumcs B kietkax. [Ipu stom v PHK, au JIHK HuKkak HE y4acTBYIOT B pa3BUTHUH 3a-
OoneBanus. MHBIMU cJIOBaMM, IPU MPHOHOBBIX 3a00JI€BaHUAX HMH(pOpMAIMs MEepeJaeTcs He OT OIHOMH
HYKJIEMHOBOM KUCJIOTHI K IPpYrol HYKJIEMHOBOM KHUCIIOTE, a OT Oelika K OeliKy, 4YTO B MCXOJHOM BapHaHTe
LEHTPAJILHOW JOTMBI HE IIPEyCMaTPUBAJIOCH.

OnHako BCe 3TU JOMOJIHEHHS B «LIEHTPAIbHYIO JOIMY» MOJIEKYJISIpHOW OMOJIOTMM HE MOBJIUSIN NPUHIIU-
MUaJIbHO Ha ee 00IYI0 3aKOHOMEPHOCTb. B 11eHTpe Bcero u Best cTOsT U cTOUT reH. CeroAHs OH nepecran
OBITh YEeM-TO TAMHCTBEHHBIM, CTaJl PEaJIbHBIM XUMHUECKUM BEILIECTBOM, MOSIBUIIACH BO3MOXKHOCTD CYIUTh
O HEM TaK K€, KaK U O APYTUX XUMHUYCCKUX COCANHCHUAX KUBBIX OPraHU3MOB, U3Yy4YaThb C IOMOIIBIO O0C-
TYIHBIX T€HETHUKaM 1 OMoXuMHKaM MeToJ10B. CTajo MOHATHBIM, YTO TAKOE T€HETHMUYECKUI KO U KaK pea-
JIu3yercs B KJeTKe Ta uHpopmanus, kortopas 3anucana B JIHKoBom Tekcre. B pesynbraTte sToro B 1953
roJy poJuiach MOJEKYJspHas T€HETUKAa — pa3Jell HayKu, KOTOPBIH 3aHAJICS AETaJbHBIM HU3YyYEHHEM
nporieccoB padotsl JIHK B ki1eTKe Ha MOJIEKYJIIPHOM ypOBHE.

PacimmdpoBka xumudeckoir u nmpoctpancTBeHHOM cTpyktypbl JJHK — HOocuTens renetnueckoi uHdpop-
MallMM1 — OLIEHEHa BO BCEM MHpE KaK OJJHO U3 HauboJjiee BbIIAIOIIMXCS OTKpbITHH XX Beka. ['eHom cTtout
B LIEHTPE BCEX OMOIOrMUYECKUX MpoOsIeM, BCEX CBOMCTB U CIOCOOHOCTEH 4eI0oBeKa, BCEro pa3HOOOpasus
yenoBeka. Tenepb 310 yxke akcuoma. Kak roBopuin Kosbpma IlpyTkoB: «MHorue moau mogo0Hb! Koada-
caM: 4YeM UX HA4WHAT, TO U HOcAT B ceOe». Tak Bot, Mbl «HaunHeHb» JIHK, HOCHMM ee B cebe, a oHa-TO,
IJIaBHBIM 00pa3zoM, U OIpeJiesiieT MHOTOE B HAC.

B sape knerku monekynsl JJHK pacmonokeHbl B 0COOBIX CTPYKTypax, HOTYyYUBIINX Ha3BaHUE XPOMOCO-
Mbl. VX rccnenoBanme Havanock emre cBoie 100 et Ha3aa ¢ MOMOIIBI0 OOBIYHOTO CBETOBOTO MHUKPO-
ckomna. Yxe K koHly XIX Beka BBISICHUJIOCH KOE-4TO O MOBEJEHUU XPOMOCOM B MIpoLiecce ACJICHUs Kiie-
TOK U BBICKA3bIBAJIACh MBICJIb 06 nux y‘IaCTI/II/I B Hepej:[aqe HACJICACTBCHHOCTH.

XpOMOCOMBI CTAaHOBATCSI BUIUMBIMUA B MUKPOCKOIIE TIPH JICJICHUU KJIETKUA Ha ONPEIEICHHON CTaAuu Kiie-
TOYHOI'O IMKIJIA, HaSLIBaeMOfI MUTO30M. XpOMOCOMBI B 3TOM COCTOAHHUHN HpCI[CTaBJ'ISIIOT CO60fI KOMIIAKT-
HbIE TAJIOYKOBHUIHBIE CTPYKTYPBI PA3HOUN JIIMHBI C JOBOJIHHO MOCTOSHHOM TOJNIIMHOM, Y OOMNbIIeH yacTu
XPOMOCOM UMEETCS TMEPETSHKKA, KOTOpas ASIUT XpOMOCOMY Ha JiBa Ijieda. B o0iacTu mepeTsskku pacmo-
JI0’KEeHA Ba)kKHast JJI1 YABOEHUS XPOMOCOM CTPYKTYpa, Ha3biBaeMasl LieHTpoMepoid. [Ipu nenenun kietku B
X0JI€ MUTO3a MPOUCXOUT yIBOCHUE YUCIIa XPOMOCOM, B PE3yJIbTaTe KOTOPOTO 00€ BHOBH 0Opa3yromuecs
KJIETKA B KOHEYHOM UTOTe€ 00ECIIeYNBAIOTCS OJTHUM U TEM K€ CTaHJAPTHBIM HA0OPOM XPOMOCOM.
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Jlume B 1956 1. Buepsoie FO. Tuo u A. JleBan onucain XpoMOCOMHBIN HaOOp YeI0BeKa, ONPENEIUIN KO-
JIMYECTBEHHBIN COCTaB XpPOMOCOM U JAJIM UX 00IIyI0 MOp(hOIOrHuecKyro xapaktepuctuky. Ilo cytu nena
3T paboTHI U MOJOKHUIN HAYAJI0 U3YYEHHUIO CTPYKTYpPhl T€HOMA YEJIOBEKa. Y 4eJIOBEKa B KaKJOU KIIETKE
Tena coaepkutcs 46 xpoMocom, (pu3nyecKne JIMHBI KOTOPBIX HAXOoAsTcs B mpeaenax ot 1,5 mo 10 Mxm

(puc. 6).
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Puc. 6. Bun mox MUKpOCKOIIOM TTOJTHOTO HA00pa XPOMOCOM, COJEPIKAIIUXCS B AIPE KAXKIOU OTACIBHON
KJIETKHU YeJI0OBEKa

Hanmomuaum, 4to Habop XpOMOCOM BO BCEX KJIETKaX YelOBEeKa (3a MCKIIOUYEHHEM IOJIOBBIX) HA3bIBAIOT
JTUTIJIOUTHBIM (JIBOMHBIM), TMOCKOJBKY KaXKJash W3 XPOMOCOM MpECTaBlIeHa AByMs KomusMmu (Bcero 23
apsbl).

Kaxxnas comarnueckas kiieTka yeaoBeka (KpoMe KPacHBIX KPOBSHBIX KJIETOK KPOBU) COACPIKHUT IO 2 MOJI-
HBIX Ha0opa XpoMocoM. B kax1oM eMHIUYHOM (TaIrjouIHOM) HaOope MPUCYTCTBYET 23 XPOMOCOMBI —
22 00bIYHBIE XPOMOCOMBI (2yTOCOMBI) M 110 OIHOM MOJI0BOIi XpoMmocome — X ujim Y.

Takum 00pa3oM, TEHOM Ka)XJ0T0 KOHKPETHOT'O YeJIOBEeKa COCTOUT U3 23 map rurantckux moiekyn JJHK,
pacmpeieieHHbIX B pa3HbIX XPOMOCOMAX, a €CJIM TOBOPUTH O TEHOME YeJIOBeKa BOOOIIE (MYKUMH U JKEH-
IIMH), TO OOIIEe YUCIO TaKUX MOJIEKYJ paBHO 24. OT0 mepBoe 6a30BOE CBEACHHE, KOTOPOE OBLIO MOJY-
YEHO O TeHOME YEJIOBEKa MIPU aHAIM3€ XPOMOCOM.

N3zyuenne crpoeHus (pasmepa U GOpMbl) XpOMOCOM YeslOBeKa MOKa3ajao, YTO OOJIBIIMHCTBO U3 HUX I10
BHEUIHEMY BUJy HAllOMHUHAIOT KETJIM, COCTOSIIME U3 JBYX TOJCTBIX YacTed (XpoMaTuJ) U TOHKOH mepe-
TSKKHU (LEHTpOMEphl) MeKIy HUMHU. CXOACTBO C KETJIsIMM, a HE C TaHTEJSAMU 3aKJIIOYAEeTCs B TOM, YTO
LIEHTPOMEPA Yallle BCEro PacIioyIoKeHa HE B IIEHTPE XPOMOCOMBI, a CMEUIEHAa K OJHOMY M3 €€ KOHI[OB.
Pa3mepsl XpOMOCOM CHIIBHO BapbUpYIOT, caMasi KOPOTKasi XpOMOCOMa IIPUMEPHO B JIECATh pa3 MEHBIIE,
4yeM camas JUIMHHAasg. DTO BTOPOE MPUHIUIHAIBHO BaKHOE CBEJIEHHUE O CTPYKTYpe I€HOMa YeJloBEeKa —
cocrasistoniue ero 24 monekynsl JIHK umeroT pasuslii pa3mep.

Ecnu cpaBHUBATH YUCIIO U pa3MepP XPOMOCOM y YEJIOBEKA U Yy APYTUX BUJOB OPraHU3MOB, TO MOXKHO YBH-
JETh OTpOMHBIE oTiIMuKs. Hampumep, y KOpoBBl, pa3Mep reHoMa KOTOPOM MPUMEPHO PABEH T€HOMY 4e-
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JoBeka, nMeercs 60 map XxpoMocoM. Y IIIOPLEBOH JATYIIKH COAEPKUTCS BCEro 18 XpoMocoM, HO Jaxe
camble MaJIeHbKHE U3 HUX OOJIbLIE, UeM caMble KPYITHBIE XPOMOCOMBI YeJIoBeKa. Y NTHL], HA000pOT, YKC-
710 xpomocoM gocturaet 40 u Oosiee 1 Bce OHM OYEHb HEOOJbIINE 10 pa3MepaM. Takum o0pa3om, pa3Ho-
o0Opa3ue XpoMOCOM B ITPUPO/I€ BECbMA BEIHKO.

C nomouipio CBETOBOM MUKPOCKONHUHU OBLIM OTpeJiesIeHbl pa3Mephl BCEX XPOMOCOM YeJIOBEKa. 3aTeM BCe
HETIOJIOBBIE XPOMOCOMBI OBUTM MPOHYMEPOBAHBI IO YMEHBIIEHUIO pazmepa — OT 1 mo 22. IlonoBsiM
XpOMOCOMaM He NMPUCBOUIM HOMEp, a Ha3Banu X U Y. Kak mokasanu 6ojee TOYHbBIC MOCIEAYIOIINE HC-
CJIEIOBAaHHUsI, XpoOMOCOMa 21 peanpHO OKa3anach 4YyTh MEHbIIE 22, OJTHAKO HYMEPALMIO XPOMOCOM HE U3-
MeHWIH (4T0ObI HEe BHOCUTH MyTaHWIly). Pazmuume B XpOMOCOMHBIX HaOOpax MEXAy MYKUYMHAMHU H
KEHILMHAMHU COCTOUT B TOM, YTO Y KEHIIUH UMEIOTCS JABE MOJOBbIE X-XPOMOCOMBI (T. €. XPOMOCOMBI BO
BceX 23-X mapax OJMHAKOBBI), a y MY>KUYMH Hapy ¢ X-XpOMOCOMOW 00pa3yeT My’KCKasi M0J0Basi XpOMO-
coma — Y. Kaxayro XxpoMocoMy MOXHO paccMaTpHUBaTh KaK OTIEIbHBIN TOM OOJBIIOTO JBAIIaTHYEThI-
PEXTOMHOT0 COOpaHUsl COUMHEHUH 101 Ha3BaHHEM DHIMKIIONEIUs YeI0BeKa.

[TonoBble KJIETKH YEJIOBEKA, B OTIMYUE OT KJIETOK Tejla B3POCIOro OpraHu3Ma (COMaTHUECKUX KIIETOK),
conepxat He 2 Habopa TomoB JJHKoBoro tekcra, a Bcero ymmb onuH. [lepen 3agatuem kaxmasi OTACIb-
Hasi XpoMocoMa (OT/IeJIbHBIN TOM B DHIMKIONEINHU YEJI0BEKa) CIIepMaTo301,1a OTLA U SHIEKIETKH MaTe-
PH COCTOSIT U3 CMEIIAHHBIX B Pa3HOM codeTaHuM pasnudHbiX riaB JJHKoBoro Texcra nx ponurenen. Jlro-
0ast U3 XpOMOCOM, OJly4eHHass HAMU OT OTLA, 00pa30Baiach B €ro CEMEHHUKAX HE3aJ0Jro J0 TOro, Kak
MbI ObUTH 3a4aThl. PaHee, 3a BCI0O UCTOPHUIO Y€IOBEYECTBA, TOYHO TaKask XpOMOCOMa HHUKOTJa HE CYIECT-
BoBasia. OHa OblIa chopMHUpPOBaHA B MPOLECCE CAYYAWHOTO MepeMeNIMBaHMs, IPOUCXOASAIIETO MPH JIeje-
HUU, TOCTETIEHHO 00pa3ysch U3 00BEAUHSIOMUXCS JPYT C APYTOM YHacTKOB XpPOMOCOM IPEIKOB CO CTO-
poHbl oTa. Takxe 0OCTOUT JeNI0 U ¢ XPOMOCOMaMU SIMIIEKIJIETOK, 3@ UCKIOYEHHUEM TOTO, YTO OHU (op-
MHUPYIOTCA B OpraHHM3Me Hallleil MaTepu 3aJ0Jro /0 HaIIero poXkAeHUs (IMOYTH cpaszy Mocie POXKACHUS
camoil matepu).

B 3urore, obpasyroieiics B pe3yabTaTe CIMSHHS CIEPMATO30M1a U AULEKIETKH, MATEPUHCKUE U OTLOB-
CKHE€ I'€Hbl CMEUIMBAIOTCS U NEPETACOBBIBAIOTCS B PA3HBIX COYETAHUSAX. JTO IPOUCXOAUT B PE3YJIbTATE
TOT0, YTO XPOMOCOMBI HE OCTAKOTCS HEU3MEHHBIMHU B ITOKOJIEHUSAX — OHM BCTYNAKOT BO B3aMMOJICHCTBUE
CO CBOEH CIIy4ailHO BCTPEYCHHOH mapoil, 0OMEHMBAsACh C HeW MaTepuasoM. Takoi MOCTOSHHO MAYIIUI
IIpoLIeCC MOJIyYnJI Ha3BaHHe pekoMOuHauuu. U cienyroniemMy MoKOoJIEHHUIO 4acTo JOCTAeTCsl yKe ruopuI-
Has XpOMOCOMa — 4acThb OT JEIYLIKU M 4YacTb oT 6a0ymiku. [lanee B psiiy MOKOJCHUN MYTH I€HOB MO-
CTOSIHHO IIEPECEKAIOTCA U pacxonarcs. B pe3ynprare ciusHHUS YHUKAIbHOW SIMIIEKIETKH C YHUKAIbHBIM
CIIEPMATO30MI0OM U BO3HUKACT YHUKAJIBbHBIM BO BCEX OTHOLIEHUAX M€HOM. [ B 3TOM CMBICIIE BCE MBI YHHU-
KyMbl. Kaxxap1il uenoBeuecknii UHAUBU] XPaHUT YHUKAJIbHYIO TEHETUYECKYIO HH(OPMALIHIO, COCTOALIYIO
U3 CilydyaiiHON KOMOMHALIMY pa3HbIX BAPUAHTOB I'€HOB.

OTnenbHBIN TEH MOXHO paccMaTpUBaTh Kak €IUHUILY, MPOAOJDKAIONIYIO CYIIECTBOBATh B Py MHOTO-
YHCJIIEHHBIX TTOKoJIeHu. 1 B 3TOM cMBIcie TeH OeccMepTeH!

Cyl1ecTByeT Jaxke Takasi OpUTMHAJIbHAs TOYKa 3PEHUs, YTO HE CaMU JIIOJIM, a UX IeHbl MPaBIAT MUPOM, a
KaX/Iblii KOHKPETHBIN J)KUBOM OPraHM3M CIIYKUT JIUIIb BPEMEHHBIM NMPHOSKHUIIEM I HUX. JTa He Oec-
CIIOpHAsi MbICIIb NpUHAIIEKUT Pudapay JlokuH3y, aBTOpy KHUTH «OTOMCTUYHBIN ren». [1o ero MHeHuro,
I'eHbI IPAKTUYECKU OECCMEPTHBI B OTJIMYME OT JKUBBIX OPraHU3MOB, B KOTOPBIX OHHU CYyLIECTBYIOT. Heko-
TOPBIM I'€HaM JECATKH U JaKe COTHH MWJIJIMOHOB JIET. [ €Hbl, ONb3ysCh TepMuHONoruen Jlokunsa, ne-
JAl0T BCe BO3MOXKHOE, 4TOOBI BBDKHTH. [IprcrnocabnuBaroTcs K jKape U X0JI0ay, BbIOHpas cebe MecTeuKko
MOJIy4llle, MUTPUPYIOT C MTOMOUIBIO YEJIOBEKa U BCTYNAIOT B HOBble KOMOMHauu. YenoBek okaszaics J10-
BOJIBHO HEIMOCEUIMBBIM XO3MHOM. 3a THICSUU JIET OH CUJIIBHO UCKOJECUII MUP, PACIIPOCTPAHssl CBOE NpH-
CYTCTBHE, BIIMSIHUE U CBOIO HAYMHKY — TI'€HBI.

Takast Touka 3peHus Jajnexo He OeccropHa, U U3 JaJbHEHIIero U3J10KeHUsI HaM CTaHeT MOHATHO, 4TO Te-
HBI — 3TO B IIEPBYIO OYEPEIb HE dTOUCTHI, a TPYAOTOJIHUKU. IMEIOTCS T€Hbl — «CTOPOXKa» FeHOMa, T'eHbI
— «IABOPHMKH», T€Hbl — «I10Bapay U reHbl — «aoMoynpaBuTenu». ObecrneunBas cBOe CyLECTBOBAHHE,
OHU 00€CIeYBaOT U CYIIECTBOBAHUE HAC.
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Cpa3y nocie 3ayatus OyAyIIMid 4eloBeK MPEeACTaBIIsIeT COO0M BCEro O/IHY KIETKY (3UT0TY), Ha/IeJICHHYIO
onHoit ucxoanoit JIHKoBoit 6ubnunotexoi, conepxaieit 46 romoB. Cpeau 46 ToMoB Beerja 23 moyde-
HBI OT OTIIA, a ipyrue 23 — oT MaTepu. TeKCThl 23 OTIOBCKUX U 23 MAaTEPUHCKHX TOMOB XOTSI U OYCHb
CXOJIHBI B LI€JIOM, TEM HE MEHee OTJINYaroTcs B AeTansax. Hanpumep, B otiioBckoMm Tome Ne 18 Ha cTpaHu-
e 253 cymiecTByeT npeiosKeHHe-peanucanre (B BUAE TeHa), B KOTOPOM CKa3aHO, 4TO TJia3a y peOeHka
JOJDKHBI OBITH KapUMH, a B 3TOM K€ MaTepUHCKOM TOME Ha TOW e CTPAHHUIE TOXKEe HAIMCaHO O LIBETE
IJ1a3, HO COIJIACHO 3TOMY TEKCTY IIBET J0JKEH ObITh roiyosiMu. [lepBoe ykasanue Oosiee ctporoe (1oMu-
HUPYIOILEE), YeM BTOPOE, U B pe3yJibTaTe Y peOeHKa Ia3a OyayT UMeTh Kapuil 1BeT. 'eH, KOTOpbIi TuK-
TyeT CBOHW IPaBa, Ha3bIBAIOTJOMUHUPYIOIINM, a TOT, KOTOPBIA YCTyIaeT CBOM IpaBa, — PEIIECCHBHBIM.
I"oy0oii 1BET ri1a3 UMEIOT TOJIBKO T€ JIFOAM, Y KOTOPHIX U B MAaTEPUHCKOM, U B OTLIOBCKOM TEKCTE CO-
JiepKaTcsl pelieCCUBHBIE T€HbI, B KOTOPBIX €CTh YKa3aHHE Ha royiy0oria3ocTh. 3aTeM 3UroTa JeJIUTCS Ha
JIBe KJIETKH, KaKAas U3 HUX BHOBb JIEJUTCA M TaK JI0 MOSABICHUS MUJUIMAPJOB KiIeToK. CxeMaTHuecKu
MIPOLIECC JIETICHUS KIIETOK U300pa)KeH Ha puc. 7.

Pa3znenenue  Jeaenne
XpomMocom ,*::}\ A\ .0 KACTKH
L of
(MuTO3) e
L]

% / '0/,/ (unToKmnes)

@ G2 G1 i‘j

Yasoenne XpoMocom
(mynamKamms)

Puc. 7. OcHoBHBIE CTaauM KJICTOYHOI'O HMKJIAa, IIPUBOJAIICTO K ACITICHUTIO KICTKH

[Ipu xaxaoMm JeleHuu KIeTKU cojaepkamuecs B oubiuorekax toma JIHKoBoro tekcra ToyHO Komupy-
IOTCSl, IpUYeM MpakTH4ecKu Oe3 omuOok. OpraHuzM B3pOCIOro YEIOBEKAa COCTOMT B CPEIHEM M3
1014 xnerok. Hanpumep, B TOJ0BHOM MO3r€ M NI€YEHN HACUUTHIBAETCS pUMeEpHO 1o 10 Miipf. KJIETOK, B
UMMYyHHOHU cucreMe — 300 mupa. kieTok. B Teuenue Bcell )KM3HM YEJIOBEKA B €0 OPraHu3Me IPOUCXO-
mut okoso 1016 knerounsix aenenuid. KineTounslii coctaB MHOTHX OpraHoB 3a 70 JIeT )KU3HU OOHOBIISCT-
csl HECKOJIBKO pa3. M kakaast U3 3TUX KJIETOK CONEPKUT OlHU U Te ke 46 TomoB /IHKoBoro tekcra.

B konme 60-x romoB XX Beka ObUI OCYIIECTBIEH Ba)KHBIM MPOPHIB B HCCIEIOBaHUM XpoMocoMm. OO0y-
CIJIOBJIEH OH OBLT BCErO JMIIb TE€M, YTO I UX OKPACKU CTAJIHM MCIOJIb30BaTh CIEIHATIbHOE KOHTPACTHOE
BEILIECTBO — aKPUXUH-UIPHUT, & 3aTEM U JIPyTrUe CXOJHBIE C HUM COeIMHEHMs. Takas OKpacka I03BOIMIA
BBISIBUTH BHYTPU XPOMOCOM OOJIBIIIOE YHCIIO PA3HBIX CYOCTPYKTYp, KOTOpbIE HE OOHAPYXHUBAIUCH MOJ
MUKpOcKoroM 0e3 okpamuBanus. [locie okpammBaHus XpoMocoM criennduueckum Kpacurenem ['umsa-
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PomMaHOBCKOTO OHU BBITJISAST Kak 3€0pbl: BIOJb BCEH JUIMHBI BUAHBI TIOTIEPEYHBIE CBETIIBIE U TEMHBIE 1O~
JIOCHI, UMEIOIIHNE OKPACKY Pa3HOW MHTEHCUBHOCTH.

OTH TOJOCH! TOMYYUIIM Ha3BaHUE XPOMOCOMHBIX G-cerMeHTOB wiH mojioc (puc. 8). Kaptuna cermenra-
WU CUJIBHO OTJIMYAETCS Y PA3HBIX XPOMOCOM, HO PACIIOI0KEHUE XPOMOCOMHBIX CETMEHTOB MOCTOSIHHO Y
Ka)KJI0M U3 XpPOMOCOM BO BCEX THUIAX KJIETOK YEJIOBEKA.

[Ipupona nosoc, BeISBISEMBIX MPU OKpPAcKe, 10 KOHIA elle He scHa. Celdyac yCTaHOBIEHO TOJBKO, YTO
YY9aCTKHA XPOMOCOM, COOTBETCTBYIOIIME TEMHBIM I0JI0CaM (Ha3BaHHBIE R-mojocammu), periuiupyroTcs
paHbIlle, YeM CBETIbie y4acTKu (Ha3BaHHble G-monocamu). Takum 00pa3oM, MOJIOCATOCTh XPOMOCOM
CKOpE€ BCEro BCE K€ UMEET HEKHUI JO KOHIA €1IE HE MOHSTHIA CMBICII.

OxpamrBanue XpoOMOCOM OUY€Hb OOJIETYUIIO UX UACHTH(HUKAINIO, a B JaTbHEHIIIEM CIIOCOOCTBOBAIIO OI-
pEAENICHUIO PACIIONIOKEHHSI Ha HUX F€HOB (KapTUPOBAHUIO T'€HOB).

A s =]
e s T=t=r+]
s+ RS

10

|
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Puc. 8. Cneuuduuecknue xpomocomMuble G-CErMEHTBI, BBISBIIIEMbIE IIPU OKPACKE XPOMOCOM YeJIOBEKa, U
CUCTEMa UX 0003HAUYEHUs COTJIACHO PELICHUIO MEKyHapoiHOU koHpepenuu B [lapuxe B 1971 rony.
Hudpamu nog xpoMocoMaMu yKazaHbl UX HOMepa. X U Y — I0JIOBBIE XPOMOCOMBI, p — KOPOTKOE IlIe-
40,  — UIMHHOE IJIEY0 XPOMOCOM

XOTsl AeTajgbHbIe MPOLECCH, TPOUCXOIAIINE IPU OKpAIIMBAaHUH, €I1l€ HE 10 KOHLIA SICHbI, OUEBUIHO, YTO
KapTHUHA OKPAacKU 3aBUCUT OT TaKOI'O IapamMeTpa, KaK YBEIMYEHHOE WJIM YMEHBIIEHHOE COJEPKAHUE B
otnenbHbIX nosocax xpomocom AT wiu ['-nap. U 310 emie ogHo oOliee cBeieHne 0 TeHOME — OH He
OJTHOPOJICH, B HEM €CTh PalilOHbI, 00OTaIlICHHBIE ONIPe/IeIEHHBIMU MTApaMH HYKJICOTUIOB.

3T0, B YaCTHOCTH, MOXET OBITh CBA3aHO C MOBTOPSAEMOCTbI0 HEKOTOPBIX TUIIOB HYKJIEOTHAHBIX MOCIE0-
BarenbHOcTel JIHK B onpenenenHbix paiioHax.

JuddepenunanpHas oOKpacka XpoMOCOM Hallljla [IMPOKOe IPUMEHEHUE JJIs BbISBICHUS U UICHTU(UKA-
MY HEOOJBIIUX WHAMBUIYAIbHBIX W3MEHEHUH '€HOMa KOHKPETHOrO uesioBeka (Imoaumopdusma), B 4a-
CTHOCTH, NIPUBOJAIINX K Pa3IMUHBIM HaTojorusaM. IlpumMepoM 3ToMy MOKET CIyKUTh OOHApYKEHUE TaK
Ha3bIBaeMol (uianenbPuiickoit XpoMOCOMBI, BCTPEUAIOLIEHCs Y OOJIBHBIX C XPOHUYECKUM MHUEIOUTHBIM
neitko3oM. C NOMONIbIO0 OKPACKH XPOMOCOM YCTaHOBJIEHO, YTO Y HAI[MEHTOB C 3TUM 3a00JI€BaHUEM OIIpe-
JIeTICHHBIN ()parMeHT rcye3aeT Ha XxpoMocoMme 21 U MOosIBIIsIeTCS Ha KOHIIE JUIMHHOTO IIeYa XpOMOCOMBI 9
(mepeHoc (gparMeHTa WK TPaHCIOKAIMs, COKpalleHHo t). ['eHeTnkn 0003HA4alOT Takoe COObITHE Kak t
(9; 21). Takum 00pa3oM, XPOMOCOMHBII aHAJIU3 CBUJETEIBCTBYET O TOM, 4YTO pa3Hble Moiekynsl JTHK
MOT'YT OOMEHMBAThCSI MEXKAY CO00Il OTAENbHBIMU Y4aCTKaMHU, B PE3yJbTaTe Yero B T€HOME 00pa3yroTcs
«ruOpubly, coctosme u3 moiekya JIHK pa3Hbix XxpomocoMm. AHanu3 yKe U3y4E€HHBIX CBOWCTB XpOMO-
COM IT103BOJIMJI C(POPMUPOBATH IPEICTABICHUE O MOJIUMOPPU3ME TeHOMAa YEJIOBEKA.

JUist BBIACHEHUSI JIOKAJIM3aIUH OTAETIbHBIX [€HOB Ha XpPOMOCOMax (TO €CTh KapTUPOBAHUS I'€HOB) UCIIOJIb-
3YIOT LENblH apceHal CHelHalbHBIX 3a4acTyl0 BEChbMa CIIOXKHBIX IO 3aMBICITY UM HUCIOJHEHUIO METOJIOB.
OnvH U3 OCHOBHBIX — MOJIEKYJIsIpHas Tudpuau3anus (oOpa3oBanue rudpuia) reHa uim ero parmMeHTa ¢
(UKCUpPOBaHHBIMU Ha TBEPJAOH MOJUIOKKE MpernaparaMd XpOMOCOM, BbIICIEHHBIMU U3 KJIETOK B YUCTOM
Bujie (3TO Ha3bIBalOT ruOpuau3anuei in situ). Cyrp MeTona rudpuan3anny in situzakiarodaeTcs BO B3au-
MoJIecTBUN (THOpUAN3AINN) MEXY AeHAaTypupoBaHHbIMU (paciieTeHHbIMU) HUTAMU JIHK B xpomoco-
MaxX M KOMILJIEMEHTapHBIMU HYKJICOTUIHBIMH IOCIIE0BATEILHOCTAMH J00AaBIECHHBIX K IMpernapary Xpo-
MocoMm, uHauBUayabHBIX oqHOHUTEBBIX JIHK mmu PHK (ux nHaswsBaroT 3oHmamu). [Ipu Hammuuu xom-
IUIEMEHTAPHOCTH MEXIy OAHOM u3 HuTei xpomocomHoit JJHK u 30H70M Mexay HUMU 00pa3yroTcs 10-
BOJIbHO CTAOMJIbHBIE MOJIEKYJISIpHbIE THOPUABL. 30H/bl MAPKUPYIOT MPEABAPUTEIHHO C IOMOILBIO Pa3HbBIX
METOK (PaJHOaKTUBHBIX, (DIIyOpeCceHTHBIX Wi Ap.). Mecta 00pazoBaHus THOPUAOB HA XPOMOCOMAX BBI-
SIBJIAIOT I10 TOJIOKEHUIO 3TUX METOK Ha IpernapaTax XpoOMOCOM.

Tak, eme 10 MOSABIEHUS METOAOB I'€HHOM MH)KeHepuu U cekBeHupoBanus JIHK BericHuam, Hanpumep,
pacrioyio’keHle B FreHOME 4YesIoBeKa M'eHOB, KoAUpyromx Oosbime 1 Maisle pubocomusie PHK (pPHK).
['eHbl mepBHIX OKA3aJIMCh JTOKAJTIM30BaHHBIMU B IISITH Pa3HbIX XpoMocomax venoseka (13, 14, 15, 21 u 22),
Torjga kak ocHoBHas Macca reHoB manoil pPHK (5S PHK) ckoHueHTprpoBaHa B OJHOM MECTE Ha JJIMH-
HOM IUIeY€ XPOMOCOMBI 1.

['ens1, pacmonoxeHHbIE HA OJHOM XPOMOCOME, OMPENEISIIOT KaK CIEIJICHHBIC (CBs3aHHBIC) reHbl. Ecim
T'eHbI PacIOIOXKEHbI HAa Pa3HBIX XPOMOCOMAaX, OHU HAaCIEAYIOTCS HE3aBUCUMO (He3aBUCHMasi Cerperarus).
Korna ke renbl HaXoAsTCsl Ha OJJHOW U TOH ke XpoMocoMe (T. €. CLEIJIEHbI), OHU HECIIOCOOHBI K HE3aBU-
CUMOH cerperanuu. M3penka B IOJOBBIX KJIETKAX MOI'YT IPOUCXOIUTh PA3IMYHBIE U3MEHEHHUSI XPOMOCOM
B pe3ysbTaTe peKOMOMHALMOHHBIX MPOLECCOB MEXKAY FOMOJOTHYHBIMU XpoMocomMamu. OJIMH U3 TaKuX
IIPOLIECCOB MOIYYHJI Ha3BaHME KPOCCUHroBepa. 13-3a KpoccHMHroBepa CUEIUIEHHE MEXy I'€eHaMu OJHOU
Ipynnbl HUKOTa He ObIBaeT mosiHbIM. UeM Onuske pacrosiokeHbl APYr K APYTY CLEIUIEHHbIE FeHbl, TEM
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MEHBIIE BEPOATHOCTb M3MEHEHUS PACIOJIOKEHUS TAKUX T'€HOB Yy JETEM IO CPABHEHMIO C POJUTEIISIMM.
N3mepenue yacToThl peKkoMOMHALUN (KPOCCUHIOBEPA) UCIONb3YETCs AJIsl YCTAaHOBJICHUS JIMHEWHOTO I10-
psiiKa T€HOB HAa XpOMOCOME BHYTPH TpyIIbl cueruieHus. Takum oO6pa3zom, pu KapTUPOBAHUU XPOMOCOM
[IepBOHAYAJIbHO YCTaHaBJIMBAIOT, HAXOATCS JIM JIaHHbIE T'€Hbl B OJJHOW U TOH k€ XpoMocome, 0e3 yTou-
HEeHMsI, B Kakoil uMeHHo. [locie Toro, kak xoTs Obl OJUH W3 T€HOB JAHHOM I'PYIIIbI CLETJICHUS JOKaIH-
3YIOT B OMPEACICHHON XpOMOCOME (HAIpuMeEp, ¢ MOMOIIBI0 THOPUIU3AIMH In Situ), CTAHOBUTCS SICHBIM,
YTO BCE JIPYTUe T'€Hbl 3TOU IPYIIIbI CUEIUIEHNS HaXO4ATCS B TOM )K€ CaMOM XPOMOCOME.

[lepBbIM pUMEPOM CBSI3U F€HOB C ONPEAEIECHHBIMU XPOMOCOMaMHU MOXKET CIY>KUTh OOHApYy>KEHUE CLel-
JICHUS ONpeAETICHHBIX HaclelyeMbIX IPU3HAKOB C MOJOBBIMH XpOMOcoMaMu. YTOOBI JOKa3aTh JOKaIU3a-
A0 T€HAa B MYKCKOM IOJOBOM Y-XpOMOCOME, TOCTaTOYHO I0Ka3aTh, YTO JAHHBIA IPU3HAK BCEraa
BCTPEYAETCS TOJBKO Y MYXXYMH U HUKOTJa He OOHAPYKUBAETCS y JKEHIIMH. ['pynna cuerieHus *eHCKon
X-XpOMOCOMBI OJTHO3HAYHO XapaKTEPU3yeTCs OTCYTCTBUEM HAClIEyeMbIX IPU3HAKOB, IEPEIAIOLINXCA OT
OTLIA K ChIHY, U HACJIEJOBAaHUEM IIPU3HAKOB MATEPH.

Oco0eHHO BayKHBIM JUIsl U3yYEHHUS] T€HOMAa YEJIOBEKA Ha IEPBbIX dTalax €ro MCCIEJOBAHUS CTal METOJ,
Ha3bIBAEMBIATrHOpHUIN3ael coMaTHYecKuX KieTok. Ilpu cMemmBaHUM COMaTHYECKUX (HEMOJIOBBIX)
KJIETOK YEJIOBEeKa C KJIETKaMU APYTUX BUIOB KUBOTHBIX (Yallle BCETO JUJIsl ATOM L€ UCIIONIb30BallU KIIET-
KM MBILIEH WIM KUTAHCKUX XOMSYKOB) B IIPUCYTCTBUHM OIPEICIEHHBIX arcHTOB MOXET IPOUCXOAUTH
ciusgHue ux saep (rubpuauzanus). [lpu pasMHOKEHUM TakuX TMOPHUIIHBIX KJIETOK MPOUCXOAST MOTEPU
HEKOTOPbIX XpoMocoM. Ilo cuacTiuBoOil /Ui 3KCIEPUMEHTATOPOB CIYyYallHOCTH B TMOPUIHBIX KJIETKax
YeJIOBEK-MBIIIb MPOUCXOIUT MOTeps OoblIei yacTu XpoMOCOM uesioBeka. Jlanee oTOuparoTcsi ruOpuabl,
B KOTOPBIX OCTaeTCs TOJBKO Kakasi-HUOYIb OFHA yeloBeueckass xpomocoma. MccnenoBanust Takux rud-
PHUA0OB MO3BOJIMIIN CBA3aTh HEKOTOpPbIE OMOXMMHUYECKUE MPU3HAKU, CBOMCTBEHHBIE KJIETKAM YEJIOBEKa, C
OIpeJIeIEeHHBIMU XpoMOcoMaMHu 4enoBeka. [locteneHHo Gyarogapsi HCIOJIb30BaHUIO CEJIEKTHBHBIX CPel
HAy4YWJIMCh 100MBATHCSI COXPAHEHUS WM MTOTEPU OTAEIbHBIX XPOMOCOM YeJIOBEKa, HECYIUX ONpeeeH-
Hble TeHbl. Cxema 0T00pa, XOTs U He OYEeHb MTPOCTa Ha MEePBbIi B3I, JOBOJBHO XOPOIIO MOKa3aja ce0s
B JKcrepuMeHTe. Tak, NpUaAyMalyd CHEHUalIbHYI0 CEJIEKTUBHYIO CPedy, Ha KOTOPOl MOTYT BBIKHMBATb
TOJIKO T€ KIJIETKH, B KOTOPBIX CHHTE3UpyeTcs (pepMeHT TUMHMIMHKUHA3a. Ecnu ams rubpuausanuu c
KJIETKaMU YeJIOBEKa B35Th B KaUECTBE MapTHEPAa MYTAHTHBIE KJIETKU MBILIM, HE CUHTE3UPYIOIINE TUMH-
JIUHKHHA3Y, TO OYAYT BbDKUBATh TOJIBKO T€ THOPU/IBI, KOTOPBIE COAEPKAT XPOMOCOMBI YETIOBEKa C TEHOM
TUMUJIUHKUHA3bl. TakuM myTeM BIEpBbI€ yJAIOCh YCTAHOBUTH JOKAJIM3AlMIO T€Ha TUMUJIMHKUHA3BI Ha
xpomocome 17 uenoseka.

HecmoTps Ha TO, 4YTO M3yYeHHE I'eHOMAa YeI0BEKa Ha OBHC XpOMOCOM A4JIO psAd BaXXHBIX €TI0 XapaKTe-
3

PUCTHUK, OHU OBLIN CaMBIMH O6HII/IMI/I H AajJIxd OTHOCHUTCIIbHO MaJIO AJIA ITOJHOI'O ITIOHUMAaHUA yCTpOfICTBa n

(IJYHKL[I/IOHI/IpOBaHI/I}I TFCHCTUYCCKOI'O allrapara 4€JI0BECYCCKUX KIICTOK.

BozHuKaeT BOIpoc Kak JBYXMETpOBas MOJEKYJa yMEIAeTcsl B MUKpockonndyeckoM anape? Kak yxe ro-
Bopuiioch, Moniekyibl JIHK, coneprkamuecss Bo Bcex XpoMOCOMax OJHOM KJIETKHM 4elIoBeKa, UMEIOT 00-
IIYIO JJIMHY OKOJIO 2 METPOB. DTO B CPEHEM B MUJUIMOH pa3 OoJibIlle, YeM TUAMETpP KJIETOYHOTO spa,
COCTaBJISAIOUINI mopsiaka MUKpomeTpa. Kak ke yMmemaroTcsi CTOJIb TUTAHTCKUE MOJIEKYJIbl B TAKOM Ma-
JEHBKOM szipe? M3ydeHne CTpyKTypbl XpOMOCOM IO3BOJIMJIO OTBETUTH HA ATOT Bompoc. OKa3bIBaeTcs, B
AJpe OCYILIECTBIAETCS «HACUIbCTBEHHAs» ynakoBka monekyn JIHK. Oto nocruraercst ¢ moMoupko cre-
[IUAJIHBIX MEXaHU3MOB, obecneunBaronux nirudanue apoiHon crnupanu JHK. CymecTByer HeCKOIbKO
ypoBHe# «kommnaktuzanun» J{HK B kietke (puc. 9).

Hexkotopsie u3 ocobennocteit ynakoBku JIHK m3yueHbr xopormno, a 0 HEKOTOPHIX CYIIECTBYIOT MOKa

JUIIb TPUOTU3UTENbHBIE TpecTaBieHus. [lepBhIil ypoBEHb KOMITAKTH3AIMH 3aKJIFOUAETCsl B HAKPyYUBa-
nuu Huty [IHK, kak HUTKHM Ha KaTyIIKy, HA CIEIUAIbHBIN KOMIUICKC SAEPHBIX OCJIIKOB (THCTOHOB).

Hute IHK nenaer okomno 1ByX 000pOTOB BOKPYT OJJHOTO KOMILIEKCA, a 3aTEM CHOBA OKOJIO JIByX 000po-
TOB BOKPYT BTOPOT0 KOMILIEKca U T. A. B pe3ynbpTaTe o0pasyercs CTpyKkTypa, HamomuHaromas o0ycel. OT-
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JeNbHbIe OYCHMHKHM B 3TOM CTPYKType HOJIY4YMIIM Ha3BaHHeE HykJeocoMmbl. Ha omHO#l Hykieocome pa3me-
mjaercsa okoso 200 nmap nykineorunos JJHK. Mexay nykineocomamu octaerca ¢pparment JHK pasmepom
1o 60 map ocHOBaHMI, Ha3bIBAEMBbIM JIMHKEPOM. DTOT YPOBEHb YKJIAJIKH IO3BOJSET YMEHBUIUTH JIMHEH-
Hele pazmepsl JJHK B 67 pas.

Ha BTOpOM ypOoBHE KOMIAaKTH3allMK «OYChD» YKIIAJBIBAIOTCS B CHHUPajb, COCTOSALIYIO M3 IIECTH HYKJIEO-
coM Ha BUTOK. [Ipu 3ToM nnuelinble pazmepsl JJHK ymensmarorcs B cymme 10 1 Mm, T. €. B 25-30 pas.
Tpetuit ypoBenb kommakTuzamuu mojekyn JJHK usyden eme mmoxo. Ckopee Bcero, 3To meTeibHas yK-
nanka Gpubpuin — oOpazoBaHHUE METENbHBIX JTOMEHOB, KOTOpBIE MO/ YIJIOM OTXOAAT OT OCHOBHOW OCH
xpomocoMmsl (yriotHeHue B 680 pa3). IX MOKHO BHIETh B OOBIUHBIN CBETOBOM MUKPOCKOII.

Ha nocnennem yposue komnaktuzauuu JJHK npoucxomut ee yrmioraenue npumepso B 10000 pas.

Puc. 9. Cragun ynakoku [JHK B xpomocomax (0T ABOMHOM CiMpaiy 10 LEIBIX XPOMOCOM)

Ananuz cymmapnoii JIHK — noevie ceéedenusn o cmpykmype 2eHoma 4enoseka

Ha nepBoM sTane HEMOCPEACTBEHHOTO UCCIIEIOBAHUS CTPYKTYPhI TEHOMA YEJIOBEKA, KOT/IA €I1e HE
CYIIECTBOBAJIa METOJI0JIOTHsI TeHHOU MHkeHepuw, s uzydenus [JHK npumensnu tpaaunmonusie Gpusu-
KO-XMMHYECKHE METOAbl. B 3THX ombITax mMcnosib3oBaiu cyMmmapusie npenapatel JHK, neaukom Bbige-
JICHHBIE U3 SAJI€p KJIETOK YEJIOBEKA.

[To>xanyii, mepBble CBEeIEHUSI O MOJEKYJSPHOM CTPYKType reHOMa 4elloBeKa ObUIM MOIYy4eHBI B
pe3ynbrate neHTpudyrupoBanus B npodbupke pactsopon JIHK B XjopucToM 11€3uM Ipu 10BOJILHO BICO-
KHMX CKOpOCTsX. B mporecce BpamieHus coiu 1e3ns CO31al0T TOHKHUE CIOU PacTBOPA C Pa3IMYHOM ILIOT-
HOCTbBIO (TpaJMeHT IUIOTHOCTH) BOJb NpoOupku U mojekyisl JJHK nepemematorcs B 3Tom rpanuente,
MOKa HE JOCTUTHYT TaKOH 00JIaCTH, I/l INIOTHOCTh COJIEBOI0 pacTBOpa OyJeT TOYHO TaKOM ke, KaK UX
cooctBenHas. A miotHocTh JIHK cunbho 3aBucut ot conepxanust AT u ['ll-nap HykieoTHa0B, T. €., KaK
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TOBOPST, OT HYKJICOTUAHOTO cocTaBa. OKka3anock, 4To ocHoBHas Macca JJHK uenoseka nocie uentpudy-
TMPOBAHMS PAcIOJaraeTcsl NMPEeMMYIECTBEHHO B OJHON 30HE I'pajJneHTa (3TO COOTBETCTBYET CpPEIHEMY
cogepxxanuto ['Il-nap B reHoMe yenoBeka, paBHOMY 42%). OnHako HapsAAy ¢ STUM HEOKUAAHHO OOHApY-
KUBAJUCh M HeOoNbIMe (MUHOPHBIE) MOJIOCH], B KOTOPBIX TaKxke cojaepkanuch monekynsl JJHK, HO ¢
MHOU IUIOTHOCTBIO U, CIIEIOBATENIBHO, C HHBIM COJIEPKAHUEM HYKJICOTUIAHBIX Map. Takue MUHOpPHBIE, MU
nononHuTeNbHBIE Ppakiun JJHK momy4nnm Ha3BaHHE «CaTEITUTHBIXY. Takoe UMs Taiu 3TUM Qpakiusm
He cay4aiiHo. B To Bpems Kak pa3 OblI 3alyIeH NepBbIii COBETCKUN CIYTHHK (J1aT. satellitis — cIyTHUK).

Bckope nocine Toro, kak Oblia ycTaHOBJIeHa AByXcnupanbHas ctpykrypa JJHK, oOnapyxunu, 4ro
npu cuibHOM HarpeBanuu JIHK nBe ee nenu pacxoasres (pacmuasistores) u JIHK u3 neynureBoit npe-
BpAaIllaeTCsl B OJHOHUTEBYIO. DTO MPUBOAUT K HAPYLIEHUIO €€ €CTECTBEHHOM CTPYKTYpBI, UTO MOIYYHIIO
OTpakeHHE B Ha3BaHUU JaHHOTO mporecca — aeHarypauusa JJHK. OnHako npu oxiaxJeHUH JIeHaTypH-
poBanHoi /IHK xommiemeHTapHbIe 1IeNW HaXOAAT APYT Apyra U COEOUHSIOTCSA CTPOro TaK, KaK OHM pac-
[0JIarajiuch B UCXOAHON HEIEHATypUPOBAHHOIN MOJEKYJIE, 10 THUIY 3aCTEeXKKU — «MOJHHUMY». DTOT Ipo-
1ecc MOJIyYuI Ha3BaHUEpEeHaTypaluu i peaccoruanuu. Cpasy ke 1nociie oOHapy>KEHHs 3TOTO SIBICHUS
OHO OBbUIO UCMOJIb30BAHO IKCIIEPUMEHTATOPAMH B LENSIX U3YUYEHHUS CTPYKTYpPbI T€HOMA.

HemHoro coBcem npocToit MaTeMaTHKHU JUIsl TeX caMbIX Jr00onbITHBIX. [lponecc peacconnanuu JJHK Bo
MHOI'OM CXOJIeH ¢ OOBIYHONW XMMHUYECKOW peakLueil BTOPOro Mopsaka U, o 3TOH MpUYHHE, MOXKET OBbITh
OTHCaH JIOBOJIBHO MPOCTON (POPMYIION:

Ct /Co = 1/(1 + k2 (CO t))a

rae Cou Ct— konuentpauuu onHoHuteBblX JJHK cooTBercTBeHHO B HauaibHBIA (HYJIEBOW) MOMEHT
BPEMEHHU U B MOMEHT BPEMEHH t IIOCiIe Hayaja peakiuy peaccolrannu, k) — KOHCTaHTa CKOPOCTH peak-
LMW BTOPOTO MOPsIIKA.

Js ynoOGcTBa M300pa)KeHHs MpoLecca peaccoluauy CTposAT rpaguk, B KOTOPOM 10 OCH OpJHMHAT OT-
KJIa/IBIBAIOT JIOJII0 PEACCOLMUPOBAHHBIX MOJIEKYII, a o ocu abcuucc — Benuuuny Co t. [Ipu Takom uzo-
OpaxxeHuun Kpuble kuHeTHKH peaccounauuu JIHK npocredimmx opranu3zMoB (BUpYcOB U OakTepuil)
UMEIOT S-00pa3Hblid BUJI. DTO COOTBETCTBYET KMHETHUKE XMMHUYECKON peakluu BTOporo nopsjaka. Eciu B
SKCIIEPUMEHTE HAOII0Jal0T OTKIOHEHHUS OT 3TOM KPUBOM, TO 3TO JOJIKHO YKa3bIBaTh HA F€TEPOr€HHOCTD
neneit JJTHK no ckopoctu B3auMoaeNCcTBHS ApYyT ¢ APYroM: OHM pearupyet ObicTpee, Apyrue, COOTBET-
crBeHHO, MeaneHHee. Korna JIHK yenoBeka nmopesann Ha KyCKH HEOOJBIIOTO pa3Mepa U U3MEPUIIU KU-
HETHKY WX DPeaccolHally, TO OOHAPYXHJIOCh, YTO KpHUBAs, ONHUCHIBAIOLIAs 3TOT MPOLECC, JajeKka OT
cTaHIapTHOH (puc. 12).

Ot0 sBUIOCH pe3ynbraroM Toro, urto B JIHK yenoBexka MMEIOTCS HYKJIECOTHIHBIE MOCIEI0BATEIIBHOCTH,
peaccoLUUpPYIOIINE C Pa3HONW CKOPOCTBIO, & CyMMapHasi KpuBasi peakluu, HaOaroaemas B OIbITE, OTpa-
’KaeT COBOKYITHOCTh MHOKECTBA HE3aBUCHMBIX PeakLuil BTOporo nopsaka. Koraa Obuin npoBeaeHsl 3TH
AKCIIEPUMEHTBHI, YK€ CYIIECTBOBAJI MaTeMaTHYECKHil armapar, I0o3BOJIAIOIUN, XOTSI U 0O4eHb Ipy0o, BbI-
YWIEHSATD U3 CJII0)KHON CyMMapHOW KpUBOM OTIEIbHBIE OTHOCUTEIBHO OJJTHOPOJIHbIE KHHETUYECKHE KOMIIO-
HeHThl. Pa3nuuusa B ckopocTsax peaccouuanuu pasHbix koMrnoHeHToB JIHK uenoBeka Obuin cBsA3aHbBI C
pasHoil npeacraBineHHOCTHI0 B JIHK oTAenpHBIX HYKIEOTHIHBIX MOCIEN0BATEIBHOCTEN. Y4aCcTKH, KOTO-
pble MPUCYTCTBYIOT B F€HOME BCEr0 OJMH a3, Ha3BajdM yHHMKalbHbIMU. Eciii B reHoMe omnpejaeneHHas
HYKJIEOTH/IHAs TIOCIIEN0BATENbHOCTh HE YHUKAJIbHA, A MPEACTABIEHA HEKUM YHMCIOM OJMHAKOBBIX KOIHU
(T. €. IOBTOpsETCS, OTCIO/Ia U HA3BaHUE — IIOBTOPSIOLIASACA), TO TaKas MOCIEI0BATEIBHOCTD, €CTECTBEH-
HO, IO YMCTO XUMHUYECKUM 3aKOHaM, OyJIeT B paCTBOPE HAXOAUTh KOMIIEMEHTApHYIO LIETb U B3aUMO/IeH-
CTBOBATh C Hell (peaccoluupoBaTh) 3HAUUTEIBHO OBICTPEE MEPBO.

B pesynbrare Takoro anaimMsa HalUIA, YTO B TEHOME YenoBeka okono 75% ydactkoB JIHK nmpeacraBieHs

1 xonmei (yHUKalIbHBIE) HA TAIJIOUIHBIM T'€HOM (ECTECTBEHHO, B SAPE, ABIAIOLIEMCS JUIUIOUIHBIM, UME-
eTCsl 2 KOMUM KaXI0M YHUKaIbHOW HYKJICOTHUIHON MocienoBareabHocT). OCTalIbHYIO YacTh T€HOMA CO-
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CTaBJIIIOT MOBTOPSIOLIMECS MOCIEA0BATENBHOCTH (TIOBTOPHI), cpeau KOTophix 10% mpencTaBieHbl O4eHb
6BICTPO peaccormupyromume opropamu (10° 1 Gonee xomuit Ha reHOM) 1 0KOIO 15% — yMepeHHBIMH
MOBTOpPaMH. 3aMETUM Cpa3y, YTO B AalbHEHIIIEM ATH OLIEHKH OBbLIM CYLIECTBEHHO MepecMoTpeHbl. OHa-
KO HEKOTOPBIE U3 3TUX PE3YJIbTATOB OCTAINCH B CHIIE JIO CUX TOP.

JIHK pa3zOuBaroT Ha HeOosbIINE GparMeHThl, IEHATYPUPYIOT IIyTEM HarpeBaHus, a 3aTeM IpU OXJIaxe-
Huu pazomeqmuecs nenu JJHK BHOBE coequnstorcs. Uem yaile B cMecu BCTPEYAIOTCS TE WM UHBIE T10-
CJIEZI0BATEILHOCTH, TEM OBICTpEE OHM HAaXOAST APYT Apyra B pacTBOpe U peaccouuupyroT. [1o aToil kune-
TUKE OIpeNesId 00Ilee COoAEp)KaHUE MOBTOPSIOMIMXCS U HEHNOBTOPSIOUIMXCS (YHUKAJIbHBIX) HYKJIEO-
THJIHBIX ITIOCJIEN0BATEIBHOCTEN B TEHOME YEJIOBEKA

IlepBoHauyabHBIE aHATU3bI TOKA3aJIM, YTO CPEAU OBICTPO B3aUMOJCHCTBYIOIIMX APYT C APYTOM IPH pe-
accouuanuu gparmentoB JJHK mpucyTcTByeT HekoTopoe KOJMYECTBO TaKMX, KMHETHKA peaccolUaliu
KOTOPBIX OTJIMYAETCA OT PEaKLUU BTOPOro nopsaka. IlpudrHa 3TOMy 0Ka3anoch B TOM, UYTO 3TU YYaCTKH
MIPEJICTABISIOT COOON TaK Ha3bIBa€Mble OOpallEHHbIE TOBTOPHI, WIMMATUHAPOMBI — B3aUMOKOMILIEMEH-
TapHbIE II0CIIEN0BATEIILHOCTH, PACIIOJI0KEHHBIE HE HA Pa3HBbIX, a Ha onHoi Hutn J{HK.

Tun JIHK % renoma CuoficTaa

YunkansHas 75 CogepanT GOARMINHCTED TeHOD

Yaepe Hible NOETOPE 3 bonbinel YacTeio pasbpocaiM B
PESHEIE YHAD TREX TEHOMA

Yactuie nosrops 10} IHAMMTEALHAN YACTE COCTONT
n3 carennTex JHEK

LI BCTHC NOBTORL
-—— |||'_

B

= YumepeHHLIE

MOBTORRL - 15%

VHHELTRHAA

TR
5%

Peaccommamea THK, ©

Bpesn

Puc. 12. Kunetnka BOCCTaHOBJIEHHUS IBYHUTEBBIX MOJIEKYJI U3 UCKYCCTBEHHO Pa3J/I€JICHHBIX KOMILIEMEH-
tapubix neneid JIHK denoBeka (peaccoruarius).

Takum ob6pazom, B JIHKoBOM TekcTe MPUCYTCTBYIOT «IPEUIOKEHUS» — MNaTUHIAPOMBI («I1€pEeBEPTHI-
IM»), OAMHAKOBO YMTAEMbIE CJI€Ba HANpPaBO M CIpaBa HajeBO. [lepeBepTHIIN XOPOIIO U3BECTHBI U3 JIH-
TepaTypsl — 3TO NPEUIOKEHUs, KOTOPBIE YUTAIOTCA OIMHAKOBO CJIEBA HAIIPABO M CIIpaBa HaJleBO 0e3
ydeTa 3HaKOB IIPENMHAHUA U UHTEPBAIIOB MEXKIY CIIOBaMU. B kauecTBe npuMepa NpUBEAEM OAUH U3 Ta-
KHMX I1epEBEPTHILICH:

YXPEAKOPYKOIOOKYPOKJEPXY.
B JIHK nepeBeprThiliaMy Ha3bIBalOT OTPE3KM ABOMHOM aHTUIIApPAJIENIBHOM CIIMpaIH, KOTOPHIE MMEIOT

OAVHAKOBYIO HYKJICOTUAHYIO ITOCIICAOBATCILHOCTDE ITPU YTCHUU I10 o0eruM LECIIIM B OIMHAKOBOM HaAIIpaB-
JIEHUH. ITO BBITJIAAUT KaK, HAITPUMCP, B HUKC MIPHUBCICHHOM CJIy4dac:
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3nech cTpenkamu nokasaHo Hampasienue nenei JJHK, a 3Be3noukamu — BomopojHbIe CBS3U, 0Opasye-
MbI€ MEXAY apaMy HYyKJIeoTu0B. OO0IIee YHCI0 TAKUX «I1€PEBEPTHIIICH) B TEHOME YeJIOBEKa OLEHEHO B
unTepsae ot 10° 10 10°, IIpu 5TOM OHM OTHOCHUTEIBHO paBHOMEPHO pacnpezeneHsl no JJHK.

NMeroTcst B reHOME 4eNnoBeKa U HYKJICOTUAHBIE ITOCIEA0BATENIBHOCTH, KOTOPBIE HA BCEM CBOEM IPOTSIKE-
HUU MOCTPOCHBI U3 OJTHOM eNUHCTBEHHOU «OykBbI». Ecnu B omnoit nenu JIHK sta GykBa A, To B Ipyroii
LIENIH, COOTBETCTBEHHO, OyneT OykBa T. Takue yyacTku Ha3BaHbI TOMOIIOJIMMEPHBIMU. B ciydyae npuse-
JICHHOTO BBIILIE MPUMEPA MOCIEI0BATEIBHOCTh HYKJICOTHIOB 3amnuchiBaeTcs, kKak moiau(A) — momu(T).
TakuM 00pa3zom, BBIICHUIIOCH, YTO B TEHOME YeJIOBEKa (a MapajulesIbHO 3TO U3Yy4aid U B TEHOMAaX JIpyrux
OpPraHU3MOB) MMEIOTCSI BCE BAapUaHThl HYKJICOTUIHBIX MOCIIEIOBATEIbHOCTEH, COCTOSINX U3 4 «OYKBY,
KOTOpBIE TOJILKO MOKHO c€0€ MBICIIEHHO IPEICTaBUTh.

Ucnonb3ys paznumuasie Moaudukanuu metona peaccoruanuu JIHK, ycranoBuwimm takxke, 4To B
OoJbIIIeH YacTH T€HOMA YeIOBEKa IMOBTOPSIOIINECS U YHUKAJIbHbIE HYKJICOTHIHBIE TOCIIEA0BATEIbHOCTH
MIEPEMEXKAIOTCS JIPYT € JIPYrOM, a CpeAHHE JJIMHBI IEepPEeMEeKarOIIUXCsl MOBTOPSIOIIUXCS U YHUKAIbHbBIX
¢parmentoB JIHK cocrasinstor coorBerctBeHHo 300 u 2000 1. H.

[IpuBeneHHble BbILIE AaHHbIE OBLIM, KOHEYHO K€, YCPEAHEHHBIMU U MOBEPXHOCTHO OTpa)Kaju
O0IIYI0 KapTUHY YCTPOICTBAa reHOMa 4ejoBeKa. TeM He MEeHee OHU MOCIYKWIM XOPOUIed OCHOBOM st
JalbHEeHINX Oosiee yriryOJIeHHbIX HccieaoBaHui. BaxkHO, YTO OJHOBpEMEHHO TakKue ke paboThl IPOBO-
JWINACH U C UCIIOJIB30BAaHUEM JIPYTHX 3yKapUOTHYECKUX OpraHu3MoB. MHOIrne MOMEHTBI OKa3aJIUCh CXO/-
HBIMH Y Pa3HbIX BBICIIUX OpPraHU3MOB M pacTeHui. Tak MOCTeneHHO Hayalu BBHIPUCOBBIBATHCS B OOLIUX
4yepTax OCHOBHBIE IIPUHIUIIBI OPraHU3aLU1 T€HOMA YEJI0OBEKA.

Ananu3 unoueuoyanvhuix nemenmos /IHK (cennan unscenepus)

[Tponomxenue uneit koncrpyuposanus JJHK npuseno k Tomy uro B pesynbrate B 1970-x romax Obuiu
pa3paboTaHbl IPUHLUIIKMAIBHO HOBbIE MeTozbl padoTsl ¢ [IHK. Ee Hayunnuch pezarh Ha (QparMeHTBl,
CIIMBATh UX APYT C IPYIOM, a 3aT€M IIEPEHOCHUTH B KJIETKU W Lienble opraHnu3Mbl. Ha npaktuke 1o cBO-
JUTCSI K CO3/IaHUIO B Mpodupke (T. €. in vitro) HoBbIX MoJekys JIHK, cocrosmux u3 pparMeHToB pa3HoOro
MPOUCXOXKACHHUS (TaK Ha3biBaeMbIX pekoMOMHaHTHBIX JIHK), KOTOpbIe B €CTeCTBEHHBIX YCIOBHIX HE MO-
I'YT BO3HUKHYTh OJlarojapsi yCTaHOBJIEHHBIM M TIATEJIbHO oxpaHseMbIM [Ipupoaoit MexBUA0BbIM Oapbe-
pam. J[aToil poxkaeHHUsI HOBOTO PEBOJIIOLIMOHU3HUPYIOLIErO HAIIPaBJICHUs], MIOJIYYUBIIET0 Ha3BaHNUE T€HHON
WHXKEHepUH, TpuHATO cunutath 1972 ron, koraa B CIIIA Obuia co3nana nepBasi peKOMOMHAHTHAST MOJIEKY-
na IHK.

CraHOBIIEHHE T€HHON WHXEHEPHUH MPOUCXOJUIIO OYEHb HEMpOCTO. Yike B camoM Hauaiue (B 1973 roay)
Y4aCTHUKHM [ 'OpZIOHOBCKOM KOH(epeHLMH HampaBWIM MUCHbMO Npe3uaeHTy HarmumonanbHO# AxanemMun
Hayk CHIA, B KOTOpOM BBICKa3bIBAJIN CEPhE3HBIE OMACEHUSI O BOZMOKHON OMACHOCTH PEKOMOMHAHTHBIX
JUHK nns 310poBbs uesnoBeka U oOKpyxarouieit cpenbl. [Ipo3Byuan gake npusslB K MOPAaTOPUIO Ha HEKO-
TOpbIE BBl T€HHO-UHXEHEPHBIX MccienoBaHui. JIBa roga crycts cocTosjach KOHpEepeHuus B Acuio-
mape (CIIA), rae Takke 11a peub 00 OaCHOCTH FeHHO-UHXEHEPHBIX MAaHUITYJISILUN U UX OTpaHUYCHUH.
Opun U3 ocHOBHBIX UccneaoBarenei crpykrypsl JJIHK 3. Hapradd, B yactHocTH, Bonpowan: «Mmeem nu
MBI IIPABO MOCSATaTh HEOOPATUMBIM 00Opa30M Ha 3BOJIFOLMOHHYIO MYAPOCTh MHJUIMOHOB JIET TOJBKO JIS
TOT0, YTOOB! YZAOBJIETBOPUTH aMOUIIMIO U JTHOOOMBITCTBO HECKOIBKUX YUeHBIX?» 03a00U€HHOCTh YUEHBIX
O0BsICHATIACH TEOPETUYECKOH BO3MOYKHOCTBIO CO3JAaHUS B MPOOMPKE HOBBIX I'€HETHUECKUX CTPYKTYP,
CIOCOOHBIX BBI3bIBATh HEOOBIYHBIE (POPMBI MH(PEKIIMOHHBIX 3a00JI€BaHUM YeIOBEKa, UJIM CO3/IaHUEM Op-
raHW3MOB, HEOJIAroNpUATHO BO3JEHCTBYIOIIMX Ha OKpYXkamoulyio cpeny. OIHaKo Kak TOrAa, Tak U IO
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MPOIIECTBUH TPEX IECIATKOB JIET HE CYIIECTBYET HUKAKUX MOJATBEP)KICHHH TOMY, YTO PEKOMOMHAHTHBIE
JIHK mpenctaBisioT onacHOCTH Jyisl 4esioBeka. COBPEMEHHOE COCTOSTHUE MOJIEKYIISIPHOW TEeHETUKH U KaK
BEPILMHA €€ Pa3BUTUS — CEKBEHUPOBAHHWE I'€HOMA 4YEJIOBEKAa — CBUACTEIBCTBYIOT O TOM, YTO I'€HHas
MHXEHepHs MOJIHOCThIO OIpaBjaia O0JbIlINe HAJEKIbl YUCHBIX U MOJAJIEPKUBAOIIEH ee OOIeCTBEHHO-
cru. Ceiiyac ye NpaKTHYECKU HET CHOpa B OTHOLICHMM Ba)KHOCTH M HEOOXOIMMOCTH HCIOJIb30BAaHUS
TeHHOW MH)KEHEPUHU JJI PEeUIeHMs] KaK Hay4HbIX, TaK U MPAKTHUYECKUX 3a/1a4, CTOSIIUX [epe]l YeaoBeye-
CTBOM.

['enHas mHXeHepusi Kak MPUHLIUINAILHO HOBas TEXHOJOTUS BO3HHMKIA B 3HAYMTENIbHON Mepe Ha 0Oase
JOCTH)KEHHM, KOTOPBIX yYEeHbIe TOOMINCH MPH U3YYEHUN MOJIEKYJISPHBIX MPOLIECCOB, KOTOPbIE MPOUCXO-
IAT B OakTepuaibHOU KieTKe. bbulo c/jenano HeCKOJIbKO BaXKHBIX OTKPBITUH, NMPEX/IE YeM HccieloBaTe-
JM Hay4yWINCh JIETKO M HampasiieHHO MaHunyiaupoBath ¢ JJHK, a He mpocro cMmemmuBaTh (parMeHThI
JIHK ¢ Gaktepusmu u OTOMPATh CPEIU HUX CIyYaiiHO BOSHHKAIOIINE BApUAHTHI (PEKOMOUHAHTHI).
bakrepun umeroT BhICOKOA(PPEKTUBHBIN MexaHu3M 3amuThl oT yyxepoaHoi JIHK. MccnenoBanue stoit
poOJIeMbl MPHUBEJIO K OOHAapYXEHHI0 B OaKTepUsX CleUUaIbHBIX (EPMEHTOB, IMOJYYMBILHME Ha3Ba-
Hue pectpukTas. I[lepssie n3 Hux nomydens! eme B 1970 r. Celiuac yxe BbIIEIEHO HECKOIBKO COT pa3HO-
o0pa3HBIX PECTPUKTA3 U3 KIETOK pa3HbIX BHUIOB Oakrepuil. Kaxknplii 3 Takux (pepMEHTOB «y3HaeT»
CTpPOro OIpeieieHHble KOPOTKUE (00bIMHO 4—6 M. H.) HyKjieoTHaHble nocienosarensHoctu JIHK, koto-
pBI€ YaIe BCero MpeACTaBiIsIoT co0oi mamuHapoMbl, u paspezaeT JJHK Ha dparmeHTs! mo 3TuM ydacT-
KaM. B pe3ynbpTaTe 3THUX CBOICTB PECTPUKTA3bl CTAJIM HE3aMEHUMBIM HHCTPYMEHTOM B HCCIIEJOBaHHUU
reHoma, cBoeoOpa3HbIM ckambmenem aisa JJHK.

Bonwmmoit ynauent s sKCIIepuMEHTATOPOB OBLIO TO, YTO B OOJBITMHCTBE CIIy4acB MPU HAPE3aHUU PECT-
pukrtazamu [JHK obOpa3zyrommecs GpparMeHThI cofepKaT «JIUIKUE» KOHIIBL, T. €. CIIOCOOHBI B JATbHEUIIIEM
COCIUHSTHCS IPYT C Apyrom. JIJis BOCCTAHOBJICHHUS XUMUYECKON CBSI3U TAKUX CIHMMIIUXCA (PParMEeHTOB
CTaJIi UCIOJIb30BAaTh €I1le OJMH HOBBIN KiacC (JepMEHTOB —IHTra3bl. Tak MOSBUIUCH IEPBbIE HHCTPYMEH-
ThI, TIO3BOJISIONINE IIeJICHANPaBIeHHO MaHuyaupoBaTh ¢ Mosekymnamu JJHK in vitro. Crnemyronuii Bax-
HBIA 3Tan — pPa3MHOXKEHHE CKOHCTPYUPOBaHHBIX pekomMOuHaHTHBIX JJHK, 4T0OB MOXXHO OBLIO C HUMH
paboTtarp ganbine. J7s 3TOM 1menu cTanu UCroib3oBaTh cnenuanbabie JJHK — BekTophl, KOTOpHIE Mpe-
CTaBJIAIOT c000i1 nnm GakTepuodaru, Wik BHEXPOMOCOMHBIE KOJBIEBbIE MOJIEKYNBI — IJIa3MHUbI, KOTO-
pbie 00J1aIat0T CIIOCOOHOCTHIO Pa3MHOKATHCS B OaKTepualbHBIX KieTkax. Ecim mo6oit ¢pparment [JHK
BHecTH B coctaB JIHK Gakreprodaros wnu mna3Muj, To Ipu nepeHoce B OaKTepUaabHbIe KISTKH OH OY-
JIET TaM Pa3MHOXaThCsl BMeCTe ¢ BeKTOpoM. Hakonerr, ObiTn pa3paboTaHbl CrieldadbHbIE TOIXO0bI IS
oTOOpa GaKTepHaNbHBIX KIETOK, B KOTOPBIX coaepkarcsa Heooxoaumeie pekomOunanTHeie [JHK. Bee atu
JOCTUKEHHS TIO3BOJWIM MPOBOAUTH KioHupoBanue JIHK, T. €. BBIAEHATh U3 CIOKHOW CMECHU MOJIEKYH
onpenenennslie yuactku JIHK u pazmHoxats ux.

Knonuposanue gparmentoB JIHK nano B pyku uccienoBareneil NpUHIMNINAIBHO HOBBIM MOAXOMA K BbI-
nenenuto u3 cnoxuoit cmecu JJHKoBbIX (hparMeHTOB KOHKPETHBIX MHAWBUIYATbHBIX MOCIEI0BATEIBHO-
creit. [Ipy 3TOM OHM MOTJIM COZIEP>KaTh OCMBICIICHHBIE TEKCThI (T€HBI) HJIM HE COAEpP)KaTh TaKOBHIX. Tpa-
JTUIMOHHAs OMOXUMHUS HE MOTJIa 00€CIeYUTh MOJ00HYIO MPOIEAYPY B CHUIIY TOTO, YTO pa3iuyHbIe ¢par-
MenThl JJHK xumudeckn odeHs cxomgHbl. Ho reHHOM MHXKEHEPUHU 3TO OKa3ajoch BHOJHE mon cuiry. Cxe-
MaTtuuecku npouecc knonupoanus JJHK nzo6paxen na puc. 11.

[Tocne paspesanust JJHK Ha ¢parMeHTHI ¢ TOMOIIBIO PECTPUKTA3bl BCE OHU COCIUHSIIOTCS KOBAJIEHTHO C
BEKTOPOM (BEKTOp pa3pe3aH TOH ke PECTPUKTA30M) B pe3yabTaTe «CIUMAHU» KOHIIOB MOJIEKYJI U MOCTIe-
ayronie o0paboTku «rudpuoB» nurazoi. Tak B mMpoOMpKe CO3MaeTCS MCKYCCTBEHHAs WM PEKOMOM-
nantHas [IHK. 3aTem ocyliecTBIsIOT MepeHOC MHOKECTBA 00pa30BaBIIUXCSI PEKOMOMHAHTHBIX MOJIEKYIT
B OakTepuaibHble KIETKH — TpaHcopmanuio. OcoO0eHHOCTh Mpolecca TpaHcHOopMaliK 3aKII04aeTCs B
TOM, YTO B OJIHYy OaKTepuaIbHYIO KJIETKY MOMaaaeT JHIlb ofqHa pekomOnHanTHas monekyna JJHK. TTocrue
3TOTO, OMarogapst 0TOOPY, Pa3MHOXKAIOTCSA TOJILKO OakTepuu ¢ pekomOnHanTHeIMU JIHK, comepkamummu
TpeOyeMble HYKJICOTUAHbIE MTOCIIEI0BATEIbHOCTH.
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Jlist u3ydeHus: CTPYKTYpbl TeHOMa HE0OXOMMO He TOJIBKO KIIOHUPOBATh BCE €r0 yYacTKHU B BUJE PEKOM-
OMHAHTHBIX MOJIEKYJ, HO, TJIABHOE, paciin(poBaTh B HUX MOCIEI0BATEIILHOCTh HYKJIEOTHUJIOB, T. €. «IIPO-
yecTb» JIHKoOBBIH TEKCT.

BaxHpIM MOMEHTOM BO BCEH A3TON T'€HHO-UHKEHEPHOH «KyXHEe» ObLIO CO3/aHHE MPUHIUINAIBHO HOBOU
TEXHOJIOTUU Pa3MHOKEHHsI MHAMBHUIYyanbHbIX (pparmenToB JIHK in vitro. DTOT yauBHTENbHO MpOCTOH
Meto]l nonyuyeHus: ¢pparmentoB JIHK B HeorpanmueHHOM KoJIM4YecTBE KOMUW ObLI MpUAYMaH MHpU He-
OOBIYHBIX 00CTOSITEIBCTBAX — HOYbIO, BO BpeMsl aBTOMOOMIIbHON noe3/1ku B ropax Kamudopuuu. ABTop
sTol uaeu HoOeneBckuil naypeat Kopu b. Mrominc tak BcnoMuHaeT MOMEHT o3apeHusi. «Horaa ynau-
Has UJesl IPUXOAUT B FOJIOBY COBEPIIEHHO HEOXKUAAaHHO. CO MHOM, HallpuMep, 3TO CIyYWIOCh B OJHY U3
ampenbckux Hodel B 1983 r., korma s, cujs 3a pyjieM aBTOMOOWIIS, MPOOHUPAJICs IO OCBEIICHHOM JTyHOH
ropHoii nopore B cekBoiiHble Jieca CeBepHoil Kamudopuuu. Meiciab Mosi ciydaiiHO HaTOJKHYJach Ha
nporecc, 6aarogaps KOTOpOMY MOXHO MOJIy4aTh KOMHHM '€HOB B HEOTPaHUUEHHBIX KOJIHuecTBax. Tenepb
OH Ha3bIBACTCsl «IIOJIMMEPA3HOM LIETTHON peakuueil». 3a co31aHue HOBOM TEXHOJIOIMH €€ aBTOP IOJIyYHII
Hob6enesckyto npemuto.

[Tomumepasznas nenHas peakuus (cokpamieHHo I1LP) naetT Bo3MOXKHOCTh B T€UEHUE JTHS U3 OJHOM MoJe-
kynael JIHK monyuats 100 MuuinapaoB MIEHTUYHBIX MO CTPYKTYPE MOJICKYIN. DTa peakius TOBOJBHO
IPOCTa B UCHOJIHEHUU: HyXHbI Juib JJHK, npobupka, HECKOIBKO peareHTOB M MCTOUHUK HArpEBaHUs U
oxnaxaenus. [Ipenapar JIHK, kotopslii HE06X0AMMO KOMUPOBATh, MOXKET OBITH MOJYUYEH U U3 KyCOUKa
TKaHU, U U3 KaIUIM 3aCOXILIEH KPOBU, U U3 3aCYLLICHHON MyMHH, U AK€ U3 TeJIa MAMOHTA, IIPOJIEKABILETO
HECKOJIBKO THICSY JIET B BEUHOU MEP3J0TE.

Paspezanme pexTopa w  xpomocommoid JHK
pecTpHKTAION, colnAOmEl B MeCcTAX paspesa
KOMILIEMEHTAPHBIE NOCAEA0BATENLHOCTH HYKIEOTHIOB

L | .

\ ' Kaonupyemsiii diparment
\ / xpomocomuoi [THK

Coennpenne sexropa un gparvesta
xposocompoi JAHK ¢ noMompio

PexomOunanian monexyia J1HK

Brenense pexomtunanTioi JTHK s
DaKTEPHID

_ PegombunanTaan
JAHK
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Puc. 11. Cxema npouecca kinonuposanusi JJHK ¢ ncnonp3oBaHueM B KauecTBe BEKTOpa OaKTepHaIbHOM
masmuaaon JJHK

Cama npouenypa [1LP 3axnrouaercs B cnenyromeM. [Ipexxne Bcero, JIHK nenarypupyror, Harpesas ee 10
98°C. Ilpu 3tom nBe nenu JJHK, otHocuTensHo cnabo cBsizaHHbIE MeXAY COOOM, pa3aenstoTcs APYr OT
apyra. [lanee B X011 UAYT Tak Ha3blBaeMble 3aTPaBKU (IpaiiMepbl) — KOPOTKUE OJHOHUTEBbIE (hparMeHThI
JTHK, xoTopbie KOMIUIEMEHTapHBI KpasiM TOTO y4acTKa reHOMa, KOTOPBIA COOUPAIOTCsl pa3MHOXKATh (aM-
winuuupoBaTh). ITH 3aTPAaBKU THOPUIU3YIOTCA ¢ KOMIUIEMEHTAPHBIMU Y4acTKaMU OJHOHMUTEBBIX MO-
nexkyn JAHK, mocne yero cnenmansusiii pepment (JAHK-monmmepasa) yamuHHSIET 3aTpaBKu, CTPOST MOJIe-
kyny JJHK no matpune (uuki 1). 3areM npoayKThl peakMy BHOBb JI€HATYpUPYIOT U IPOLEAYPY MOBTO-
ps0T HEeoOxoauMoe yuciio pa3. 3a 20—30 HUKIOB U3 OJTHOM MOJIEKYJIBI MOKHO MOJTYYUTh MUJUIMOHBI KO-
nuit IHK. Otot npouecc nogo0eH HenHoi aaepHON peakiui, HO OCYIIECTBISETCA B IPOOUPKE C MOMO-
1IpI0 crienraibHOTO (pepmenta — tepmocTtadbmibHOM JJHK-momumepassl. Tlo 3Toit mpuunbe oH U moiy-
YWJI HA3BAHUE ITOJIMMEPAZHON LICITHOM peaKInu.

Onpeoenenue noanoil nociedosamenvHocmu Hykieomuooe ¢ /[HK uenoseka

JnutensHoe BpeMsi UCKau 3()()EeKTUBHBIE METO/IbI, MMO3BOJISIOLINE ONPEIEIATh MOCIEI0BATENb-
HOCTh HYKJICOTHIOB B JUIMHHBIX Mojekynax JIHK (Takoe ompenenenne HyKJICOTHAHOW MOCIEIOBATEIb-
HOCTH INOJIY4YHJIO HA3BaHUE CEKBEHUPOBAHME, OT aHI. Sequence — I0CJIE0BaTENbHOCTh). TOJIBKO B cepe-
nuHe 70-X ronoB cekBeHHpoBaHUe NpoTskeHHbIX ydacTkoB JIHK ctano Bo3moxkHbIM. CBsI3aHO 3TO OBLIO
C M300peTeHrueM NPUHIUIHAIBHO HOBBIX MOAX010B. B 1976 r. A. Makcamom u Y. ['mnbeprom Obu1 pas-
paboTaH METOJ] MPSIMOTO CEKBEHHPOBAaHMUsI, OCHOBAaHHBIN Ha XxuMuueckoi nerpananuu [JHK.
B nanHoMm ciydae ocymiecTBisieTca cnenuduueckas xumuyeckas (pparmentauus amuHHOM nenm JIHK
(MOIMHYKIIE0TH IA), PaAOAKTUBHO MEUEHHOM ¢ 0JJHOr0 KOoHIa. 3aTteM npenapat MmedeHoi JIHK pasnens-
IOT Ha YeThIpe MOPILHUH U KXKAYI0 U3 HUX 00paldaThIBalOT peareHToM, MOAU(DUIIMPYIOIIUM OHO WK J1BA
U3 YEThIpEeX OCHOBaHUH, coneprkauuxcs B Hel. [locne pasznenenus B criennaabHOM Tejie MEUYEHbIX ¢par-
MEHTOB I10 pa3Mepam (C MOMOIIbIO 3MEeKTpodopesa) Ha PEHTITCHOBCKUX IJICHKaX CMOTPST, YTO MPU 3TOM
IIPOUCXOAUT C HYKJICOTHIHON IOCIIEIOBATEIbHOCTBIO, U HA OCHOBAHUHU HTOTO JIE€JAIOT BBIBOJ O MOPSIKE
pacroyiokeHusl HyKJICOTUIOB APYT 3a ApyroM B kKaxjaoM ¢parmente JJHK. Ognako merox okaszaics 11o-
BOJIBHO CJIOKHBIM.

Anrnuiickuil yuenoiii @pen Canrep npeuioxui nHou cnocod pacmudposku ctpykrypsl JJTHK, koTopsiii
B KOHEYHOM UTOTr€ IOCJIe€ pa3HbIX MoauGUKaIMii ctan ocHOBHbIM. CoryacHo Metony CaHrepa MOleKyiy
JIHK ¢ momomipto crieninanbHOi 00paboTKu epMeHTaMu HE TOJBKO PACHICTUISIOT Ha ()parMeHThl, HO U
«pacIyIeTalT» ee ABOMHYIO CIHUpalib Ha JIBe HUTH. [I0TOM MO KakA0oMy M3 MMOJyYEHHBIX OOPBIBKOB «HH-
TE€W» C MOMOLIBIO CIEHHAIBHBIX 3aTPAaBOK BOCCTAHABIMBAKOT HenocTaroulyro Bropyto HuTh JIHK. Ilpu
3TOM CHHTE3 BTOPOIl HUTH OCYILECTBIISETCS HE MOJIHOCTBIO, a C MOMOIIBIO CHEIHMAIbHOIO MpHeMa odec-
Me4YrBaeTcs MpeKpalieHue CHHTE3a CTPOro Ha OJJHOM U3 4 HYKJIEOTHU]IOB.

B pesynbTare atoro nomnyuancs Habop neneit JIHK ¢ pa3zHoil mimHo# — «ieceHka». JTa «IeceHKay CTa-
HOBUTCSI BUAMMOM TJ1a30M IMOCJE pa3JesieHus BceX (pparMeHTOB IO pa3MepaM 3a CYET TOTO, YTO KOHLIBI
BCeX ()ParMEHTOB COJEPKAT CHELU(PHUECKYI0 — MM PAJAUOAKTHUBHYIO, UJIH (DIYOPECIIEHTHYIO METKY.
Cnenyer OTMETUTD, UTO B pa3padOTKy 3TOr0 MOMCTHUHE PEBOJIOLMOHU3UPYIOLUIETO METO/a CYLIECTBEH-
HBIN BKJIaJ ObUI CAETaH U ABYMS poccuiickuMu yueHbIMu: ipodeccopom C. K. Bacuiienko u akageMukom
E. JI. CBepanoBbiM.
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3a pa3paboTKy MeTo/10B cekBeHupoBaHus ['minbept u Conrep nonyunnn Hobenesckyro mpemuto. Mute-
pecHo, uto ans CaHrepa 3Ta Obula yXKe BTOpast MpeMHus, EPBYI0 OH IOJIYYMI 3a paciiu(poOBKY aMHUHO-
KHUCJIOTHOM MOCJIE0BAaTEIbHOCTHU IIEPBOrO OEJIKa — UHCYJIHHA.

Bce aBTOMaThI-CEKBEHATOPHI, KOTOpPbIE MOSBUINCH IMO3HEE, OBUIM MOCTPOEHBI MO MPHHLUIY METOJa
ChoHrepa, MOCKOJIBKY OH OKazajcs 0osee yJOOHBIM JUIsl aBTOMAaTU3aLMK [IPOLEcca U KOMIIBIOTEPHOU pe-
THCTpaLlUU pe3yibTaToB. B HacTosiiee BpeMs psija KPYHHBIX (GUPM 3aHMMAETCS IMPOM3BOJICTBOM TaKHUX
aBTOMAaTOB, a TaKXe CTaHJapTHHIX HaOOpoB peakTuBoB A aHanu3a JIHK. CekBeHupoBaHue cTayio J10c-
TAaTOYHO PYTUHHOM JabopaHTcKoi paboroil. A meron Makcama—I minbepra uMeer ceifuac ckopee UCTOPH-
4ECKOE, 4YEM MTPAKTUYECKOE 3HAYCHUE.

Bo Bcex cimydasx OCHOBHOE MPABWIIO 3aKJIHOYaeTCs B TOM, 4ToObl B mpemapare JIHK, kotopsiii codupa-
I0TCS CEKBEHUPOBATh, BCe (hparMeHThl UMEIH, N0 KpaiHel Mepe, OJUH OJWHAKOBBIM KOHEIl, T. €. OJIHY
TOYKY OTcYeTa. B 3TOT (huKCMpOBaHHBIN KOHEIl BBOAAT PAIHOAKTUBHYIO (WM (DITyOPECIIEHTHYIO) METKY.
[Tocne 3TOro MpOBOJAT NanbHEWIInEe crenn(UYecKue pacIIeTIieHUs] MOJIEKYJI ¢ MOMOIIbI0 (pepMEeHTOB
WM XUMHAYECKHX areHTOB 10 CTPOTO OMPEIEICHHBIM a30TUCTHIM OCHOBAHUSAM. Y CJIIOBHS PaCIICTUICHUS
IIPH ATOM TaKOBBI, YTO HA KXKIBIH MEUEHBIA (PparMeHT B CPeIHEM MPUXOAUTCS OJUH pa3pbiB. B pe3yb-
TaTe MOCJIe paciieryieHus oopasyercs HaOop GparMeHTOB pa3HOM JUIMHBI, KQKIBIH U3 KOTOPHIX HAYMHA-
€TCsl B TOUKE OTCUETA, a 3aKaHUYMBAETCS HA WM MEepe]] ONPEEICHHBIM TUIIOM HYKJICOTHA.

[Tomy4yennsie parMeHTHI pa3aeisaioT MO pa3MepaM ¢ MOMOIIBI0 dIeKTopodopesa B rensx. ManeHbkue
(dbparMeHThI ABIKYTCS ObICTpee Oojiee KPYMHBIX, U B pe3yibTaTe TaKOW MPOLEAYyphl Bce (hparMeHThI BbI-
CTPaWBAIOTCS PYT 3a JAPYTOM B 3aBHCHMOCTH OT CBOEH JUIMHBI. Pe3ynbrar Takoro pasaeneHus nu3odpa-
KEH CXeMaTHU4eCKHu Ha puc. 12.

CneuwanbHble peakuuu B npobupkax,
NpMBOOALLME K OCTAHOBKE CMHTEe3a Ha
OHK-maTtpuue HOBhIX dparMeHTon
OHK ua onpepgeneHHbIX HYRNEOTHAAN
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Puc. 12. Cxema, noscHsro1mas npouecc noarotrosku u npourenus JJTHKosoro Texcra

Tak ocymiecTBIsIIOT cekBeHupoBaHue HeOombiux (pparmentoB JJHK (ue 6onee 1000 nykneotunos). Ho
TE€HOMBI JIa)K€ CaMbIX IPUMUTUBHBIX OpraHu3mMoB umeroT pasmep cBbie 500 000 . H. Kak ke ux cexse-

HupytoT? Jns 3Toro pa3paboTaHo HECKOJIbKO cTpareruil. He OyneM BaaBarbesi B MOAPOOHOCTH, HO yKa-
’KEM Ha HEKOTOpbIE OCHOBHBIE U3 HUX.

Cekeenupoeanue npocmuplx CEHOMO6

Jlnst onpesieneHnss HyKJIEOTUTHON MOCIeI0BATENbHOCTH (T. €. IEPBUYHON CTPYKTYPhl) KOHKPETHOTO paii-
ona JIHK B nmepByto ouepenb HEOOXOIUMO YIPOCTUTDH €€, YTO JIOCTUraeTcs yTeM pa3pe3aHus ee Ha OT-
HOCHUTEJIBHO KOPOTKHE (parMeHThl. Clienars 3T0 MOXKHO, HAallpuMep, ¢ MOMOIIbIO CHEeIHATbHBIX «CKallb-
neneit» s JJHK — gepmenToB pecTpukTas, 0 KOTOPBIX YK€ 1IUIa PeUb BhIIIIE.

IIpu cekBeHUPOBAHUH MPOCTEHIIUX OPraHU3MOB, Y KOTOPBIX T€HOM OTHOCHUTEIHHO HEBEJIUK, OOBIYHO HC-
MOJIB3YIOT MPOLENYPY, HA3bIBAEMYIO YCIOBHO «CcBepxy BHU3». Bero ITHK «paspezaroT» Ha Kycouku ¢ 1o-
MOIIBIO YK€ YIOMUHABIIMXCS BbIIIE (PEPMEHTOB PECTPUKTA3, 3aTE€M CEKBEHUPYIOT 3TU KYCOYKH IO OT-
JEJIbHOCTH, a MOCJIE€ «CKJIEUBAIOT» U3 HUX MOJHBIA reHoM. «CKJIEMBaHUE) OpUTHMHANA OCYIIECTBIIAETCS 3a
CYET TOT'0, YTO HYKJIICOTUHBIC I1OCIEAOBATEIBHOCTH PA3HbIX KYCOUKOB IIEPEKPBIBAKOTCA APYT C APYIOM,
T. €. OJIMHAKOBBI 110 KOHIIaM. JTa METOA0JIOI M MOJIydnsia Ha3BaHue «IpodoBukay. CyTh JaHHOI mpole-

AYPBbI = TIAK OTpa)X€Ha Ha pPHUC.
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Puc. 13. Cxema ctpareruu «1poboBuKay, UCIOIb3yeMas Uil CeKBEeHUpoBaHus 0ombiux Monekya JJHK

OpHako B ciayyae TaKOTO OYEHb CJI0)KHOTI'O F€HOMa, KaK '€HOM 4YeJIOBEKa, Hauyally ¢ JIPyroro, a UMEHHO C
OIPEACIICHUS TIOJIOKEHHUS U3BECTHBIX T€HOB U JIPYTHX N€HETUYECKUX MApKEpPOB HA OTIEIBHBIX XPOMOCO-
Max, TO €CTh C TEHETHYECKOT0 KapTUpOBaHMs reHoma. [1o100Hy0 3a1a9y TeHETHYECKUMHU IKCIICPUMEH-
TaMu Ha 0oJiee MPOCTHIX 00BEKTaX MbITANCS PeluTh eme T. MopraH, KOTOpbIi 32 CBOM PabOTHI MOIYUUIT
Hob6enesckyto npemuto B 1933 romy. Teneps mosBuiuchk Oosiee 3¢ dexTuBHbie MeToAbl. ONUH U3 HUX,
HA3bIBAEMBI METOJIOM «paJHAIlOHHBIX TUOPHIIOBY», 3aKitouyaeTcs B cienyromeMm. KieTku uenoBeka,
pacTyiiue BHE OpraHu3Ma B MUTATEIBHOU Cpenie, 00Iy4daloT peHTT€HOM, YTO MPUBOAMUT K THOEIH KIETOK
B pe3ynbTaTe pa3pbiBa xpomocomHoil JIHK Ha kycku, cogeprkamue ot 2,5 10 25 MIIH. II. H.

Ho npexne, yem youThie 00IydeHUEM KIIETKU PAclaayTcs, UX CIMBAIOT C KIETKAMH XOMSIKa, B pe3yJbTa-
T€ Yero B pa3HbIC KJIETKU XOMSYKa MOManaT pazubie Ha0opsl pparmenToB JIHK denoBeka. 3arem «rub-
PUAHBIE)» KJIETKH Pa3MHOXKAIOT B KYJIBTYpe, IIPH 3TOM B HUX Hapsay ¢ cooctBennoit JIHK permmuimpyrot-
cs u (pparmentsl uyxepoaHoit JJHK. 3arem omnpenensroT coctaB M3BECTHBIX T€HOB M JPYTUX T'€HETHYE-
CKHUX MapKepOB B KaXKJOW KJIETOYHOW JMHHUU U, CTATUCTUYECKH 00paboTaB MOJIy4YCHHBIC TaHHBIC, BBHIBO-
JT HanOoJiee BEPOATHOE X B3aMMHOE PACIOJIOKEHUE B XpOMOCOMax. B KauecTBe reHeTHYeCKUX MapKe-
POB HCIIONB30BaM Kak reHbl, Tak U Qparmentsl JJHK ¢ HemsBecTHO# (Qynkumein. J{ns xkapTupoBaHUsS
XPOMOCOM Ba)KHBIM CBOMCTBOM MapKEPOB SIBJISIICS UX MOTUMOPQPHU3M, T. €. CYIIECTBOBAHUE PA3HBIX (hOPM
Cpely UHJIMBHUIYYMOB.

Tak ObLIM MOCTPOEHBI IEPBbIE TEHETUUECKUE KapThl TEHOMA YeJIOBEKa, Ha KOTOPBIX MEPBOHAYAIBHO ObLTH
OTMEYEHBbI pa3IMYHbIE F€HETUUYECKUE MapKephl, OTCTOSIIKE APYr OT Apyra Ha paccTOsHUU He Oonee 2
MWIJIMOHOB HYKJICOTUAHBIX Map (MJIH. H. I1.).

3areM ObUIM COCTaBJICHBI (PU3MUECKHE KapThl XpPOMOCOM: MIEPBOHAYANIBHO ¢ pa3pemienueM 0,1 mMiH. H. 1.,
a 3areM 0,001 muH. H. 1. [ 9TOM 1€/IM HA IEPBOM 3Talle PUMEHSIIM METObI OKpPAIIMBAHUS XPOMOCOM
U rubpuau3aluu ¢ XpomMocomami in situ. W numib mo3gHee MCMosib30Baju pecTpuKTasbl. C MOMOIIBIO
3THX YAMBUTEIBHO TOYHO paboTaromux (gepmentoB «apobunu» JJHK mo ctporo ompeneneHHbIM yyacT-
KaM Ha MUJUIMOHBI MEPEKPHIBAIOIINXCS MEXAY COOOM MO HYKJICOTUIHON MOCIeI0BaTeNbHOCTH (parMeH-
TOB, «pa3Oupain» KaxAbli M3 HUX IO OTAEIBHOCTH, IOCIE YEro M3 HUX «CKJIEHBAJIN» OpPUTHHAI.
«CxrerBaHue» MPOBOAWIN HAa OCHOBAHUU IMEPEKpbIBaHUS (ParMEeHTOB MO HYKJICOTHUIHOW IMOCIE0Ba-
TeIbHOCTHU. TaK MOCTENEHHO 1IN BCE BBILIE U BBIIIIE.

IloaTomMy naHHas cTparerus Moiay4uiia Ha3BaHHE «CHU3Y BBepx». Co BCEH OYEBHUIHOCTHIO MOJKHO CKa-
3aTh, YTO pelIAach IPaH/IMO3HAs MO0 MacuTadaM U CIOKHOCTH 3ajada. M pemuTs ee yuyeHble CMOIIIH
TOJIBKO C ITOMOIIBIO CYIEPKOMITBIOTEPOB. B pesynbprare ObuM co3/1aHbl (PU3MYECKHE KApThl pa3HBIX 00-
nacted IHK u nensIx XpoMOCOM, COCTOSIIIME U3 MOCIEA0BATENBHO MEPEKPHIBAIOIINUXCSA IPYr C APYrOM
¢parmenToB. Habop Takux «poJCTBEHHBIX» (hparMEHTOB MOIY4UII Ha3BaHUE KOHTUT (puc. 16).

A nanee HacTymuia o4epe/b CEKBEHUPOBAHUS OTAEIbHBIX PECTPUKIIMOHHBIX (parMeHTOB. DTO IMPUBEIIO
B KOHEYHOM HMTOT€ K IIOCTPOCHUIO CEKBEHCOBBIX KapT, HAa KOTOPBIX CTEMEHb pa3pelleHus Oblia 10BeieHa
710 CBOEro MakcuMmasibHOTO 3HaueHus. Ecim 20 et Hazan pacmmdpoBka HYKICOTHIHON TOCIEI0BATEb-
Hoctu JIHK mmunoii 1000 1. H. cuuTanack 6ONBIIMM HAYUYHBIM JOCTH)KEHUEM (32 3TO MOKHO OBLIO Cpasy
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IIOJIYYUTh CTENEHB JOKTOpPA HayK), To yxke K 1990 rony cexkBenuposanue [IHK crano maccoBoii TexHOIO-
ruei. A ceifuac KBaau(uUMPOBAHHBIN JaOOPAHT MPOJENIBIBAET TaKyl0 pabOTy BCETO 3a HECKOJIBKO YacCOB.
[Tocne nosiBinenus 3¢ hekTuBHBIX MeT010B cekBeHUpoBaHusa JJHK u HeckoabKuX cTpareruil Hcnoiab3oBa-
HUS 3TOTO METOJa CTajl CTPEMUTEIbHO HapacTaTh Bajl pacHIM(PpPOBAHHBIX HYKJICOTHAHBIX IOCIEI0Ba-
TEIBHOCTEH, B IIEPBYIO0 OUYEPEb TAKUX ITPOCTHIX OPraHU3MOB, KaK BUPYCHI, a TAK)KE OTIEIbHBIX KJIOHUPO-
BaHHBIX (hparmeHToB JIHK paznuyHbIX BHIOB BRICIINX OpraHU3MOB. Tak, emie B kKoHie 1970-x rogoB ObI-
Ja pacmu@poBaHa CTPYKTypa MEepBOro XKHUBOI0 00beKTa — BUpyca Oakrepuili — Oakrepuodara, 0603Ha-
yaemoro kak ?? 174, umeromiero aynuny 5386 1. H. 3aTeM nocienoBaiia ouepesib JpyTrux.

B xonue 80-x rr. ObUIM HaYaThl KPYIHbIE MEXKAYHAPOIHBIE IPOEKTHI, EIbI0 KOTOPBIX OBLIO MOJIHOE CEK-
BEHUPOBaHHE T'€HOMOB OaKTepHii, rpuOOB, IpOXOKEH, MPO30(HIIbI, MBIIIM, MIIEHUIbI, YelOBeKa U Jp.
[lepBoHayanbHO ObLIa ompeneneHa nepBuyHas ctpykrypa JHK mukpooprannsmos ¢ pasmepamu renoma
10 20 MIH. 1. H., K KoHIy 1998 r. ux yucno coctasmio yxe 18 (cMm. Tabn. 2). Haumenbmuii pasmep re-
HOMa Yy CBOOOJHO KMBYIIMX OpraHU3MOB (Hampumep, y O6akrepuu Mycoplasma genitalium) cocrasisier
b okoso 600 000 m. H. Y 3Toii GakTepuu cogepxxutcs Bcero 500 renos, npuuem 150 u3 HuX (ecnu ux
YAQIATH TI0 OJIMHOYKE) HUKAK HE BIUSIOT Ha €€ KU3HECTIOCOOHOCTh. Tak BOSHUKIIO MPEANOI0KEHHE, UYTO
3JIEMEHTapHAs «MAaIIMHA XU3HW» TEOPETHUECKH JT0JKHA PadOTaTh MPH HAIWYMU BCero Jullb 350 reHoB.
[lepBbie 0OBEKTHI ISl CEKBEHUPOBaHUS ObUIN BHIOpAHBI HECTy4yaiiHO. BOJIBIIMHCTBO U3 3TUX MUKpOOpra-
HU3MOB (apxe0akTepuu, CIUPOXEThI, XJIaMU00aKTepHH, KALIEeYHasl Majo4ka, BO30yAUTENIN THEBMOHUM,
cudumimca, reMopuiInK, MeTaHoOpasyolre OakTepun, MUKOIUIa3Mbl, PUKKETCUH, IHAaHOOAKTEpUH) CIIO-
COOHBI BBI3bIBATh pa3IMYHbIC MATOJOTUH Y YeJIOBeKa. B HacTosIee BpeMss MHOTHE U3 3TUX IPOEKTOB yKe
3aBepuIeHbl; ucciaenoBaHo cBbile 800 MOMHBIX KJIETOUYHBIX T€HOMOB MHUKOILIA3M, apXxe0aKkTepHil, Kuiey-
HOW MaJouKku, Bo30yauTenel psaa 6one3Hel yenoBeka, a Takke NEeKapCKUX JPOXKIKeH, MaJeHbKOrO uep-
BS-HEMATO/Ibl, APO30(QMIbI U BECbMa HUHTEPECHOTO B IMPAKTUYECKOM IUIaHE pacTeHus apaluiorcuca.
BecbMa BEpOSATHO, UTO MCTUHHOE YHCJIO CEKBEHUPOBAHHBIX K HACTOSILIEMY BPEMEHM I'€HOMOB ropasfo
00J1bIlIe, TOTOMY YTO MHOTHE (papMaleBTUYECKUE (PUPMbI 3aCEKPEUNBAIOT CBOM PE3YyJbTaThl, HE MyOIH-
Kysl UX B OTKPBITOM I1€YaTH.

Tabnuna 2. HekoTopbsle MUKpPOOPraHU3Mbl, TEHOMBI KOTOPBIX MMOJIHOCTHIO CEKBEHUPOBAHBI K HACTOALLEMY
BpEMEHU

Opraamam Faszmep KomaecTso
(IATHHCKOe BHIOBOE HAZBAHWE) reHoMa reHos
(mUrH. 11 H.)
Avchaeoplobus fulgidus 2,18 2436
Aguifex acolicus 1,55 1512
Bacillus subtilis 4,20 4100
Borvelia burgd orferi 1,44 BHA
Chlamydia trachomaltis 1,06 BU5
Escherichia coli K-12 4.60 42858
Haemoplilus influenzae 1,83 17440
Helicobacter pyloni 199 1,64 14495
Helicobacter pyloni 26695 1,67 1590
Methanobacterium thermoautotropliicum 1,75 1855
Methanococcus jannaschi 1.66 1738
Mycobacterium tuberculosis 4,410 4033
Mycoplasma genitalium .58 468
Mycoblasma pneumoniae (1,52 716
Pyrococeus horikoshii 1,74 2061
Rickettsia prowazekii 1,12 B34
Synechocystis sp. 3.57 3168
Treponema pallidum 1,14 1041
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HanomuuwMm eme pas, Kak Bce 3TO HAUMHAIOCh U npoucxoauio. B 1988 rogy 6bu1 co3nan mpoekt «I'eHom
yenoBeka» HanumonaneHoro mucrutyra 310poBbst CILIA. I'maBoil paboT 1o MoJIHOMY CEKBEHHUPOBAHUIO
reHOMa 4YeJoBeKa cTall HoOeneBckuil maypeat [[xeiimc YorcoH. OgHoBpemeHHO B Poccum ¢ 310l ke
uaeeit BeicTynui akageMuk A. A. baes. ['ocynapctBennast nporpamma «I'eHOM yesioBeka» ObuIa MPUHSATA
B 9TOM Xke€ rony B CoerckoM Corose. [lozanee k nmporpamme NOAKIOYMINCH APYrHe€ CTpaHbl, U IIUPO-
KOMAacIITa0Hble KOOPAUHUPOBAHHBIE HMCCIEI0BAHUS CTAIM MPOBOJUTHCS IOJ ATUJION MEXIyHapOIHOU
opranuzaiuu Human Genom Organisation (HUGO). Ha paboTy 1no cekBeHupoBaHHIO T€HOMa YeI0BEKa,
OCYILLIECTBICHHYIO TUM MHUPOBBIM KOHCOPLIUYMOM, OBIJIO TOTPAuY€HO B cyMMe OoJiee 3 MUILIMApIOB J10J1-
napoB. B Poccun unenamu 3Toil opraHuzaiuu sSBISIOTCA cerogHs okojio 80 poccHiicKUX yueHbIX (mpe-
cenarenb Poccuiickoro coBera mo reHomy uenoBeka — akagemuk JI. JI. Kucenes). 13 24-x xpomocom
reHOMa 4eJloBeKa ydeHble Poccuu B OCHOBHOM KOHILIEHTpUpOBalIMch Ha 3-#, 13-i1 u 19-ii xpoMocomax.
[Ipu sTOM HenocpencTBeHHO cekBeHnpoBanueM [IHK oHM 3aHMManuce 04eHb Majao, OCHOBHOE BHUMAHHE
ObUI0 00paIlleHO HA CTPYKTYPHO-()YHKIIMOHAJIbHBIE UCCIIEI0BaHUsI FreHOMa. B MaTepuanbHOM OTHOIIEHUHU
HAaIll BKJIaJl ObUT HACTOJIBKO CKPOMEH, UTO ceiyac Mpu oOIIMX MOJCUYETax ero BOOOIIE HE YUUTHIBAIOT.
[lepBoHauaibHO OTrPOMHBII 00BEM HpeAcTOosIIei padoThl OYEHb Myraj MHOTHX uccienoBateneil. U neii-
CTBUTEJIbHO CUTYallusl Ha MEPBbIX 3Tanax He Obula CIUMIIKOM OoOHajAexuBaroliel. B nepsbie 2 roga pado-
ThI IpoeKTa «I'€eHOM 4eJI0BEKa» CKOPOCTU CEKBEHUPOBaHMs ObLIH ellle OYeHb HU3KUMHU. [ mosHoro 3a-
BEpILEHUs pabOThl TAKUMHU TeMIIaMH IoTpedoBaiock Obl okosio 100 seT. DTo yapydyano oAHUX HCCIeno-
BaTellel, HO HE OCTaHaBJIMBAJIO Apyrux. [locieqHum craao o4eBUIHO, YTO PEIIEHUE TaHHOM 3a/1a4yu He-
BBIIIOJTHUMO TPAJUIIMOHHBIMH METOJIaMU U HEOOXOJUM MOMCK HOBBIX MOAXOA0B M TEXHOJIOTHM pacuind-
POBKHM HYKJIECOTHIHBIX mocienoBatenbHocTeil ¢pparmentoB JIHK, a Taxke co3manue HOBOHM BBIYMCIIH-
TEIbHOW TEXHUKU U OPUTMHAIBHBIX KOMIBIOTEPHBIX IIporpaMM. Bce 310, KoHEUHO, OBIJI0 HEBBIOIHUMO
B paMKax OTAEIbHO B3ATOro rocynapcrsa. Ilo 3Toil mpuynHe K mpoekTy ObLIM MpuBIeYEHBI OKoso 20
Pa3IMYHbIX CTpaH, OPraHU30BaH MEXKIYHApOJHbIM OaHK JaHHBIX, Ky/Aa MOCTaBIJIJIAch BCS MHGpoOpMaius,
IIOJIyYE€HHasl B IIPOLIECCE PEUICHMs NaHHOW 3ajaud. B pe3ynbTrare TEXHMUECKHUX HOBALMN MOCTENEHHO
BO3pacTajia MPOU3BOAUTENBHOCTD aNMapaTypbl, CTAIM UCHOJIb30BaTh MPOMBIILIEHHBIE POOOTHI, MHOTHE
nporecchl ObUTM aBTOMAaTU3UpPOBaHbl. M BCKOpe CKOPOCTh CEKBEHMpOBaHUsS HocTuria 10 MIIH. HyKI€o-
TUJHBIX Hap B cyTku! Tenepp yke BBIIOIHEHHE MPOEKTa CTalo peaabHOCThI0. 3a 1995 r. nnmuHa y4acTkoB
JIHK uenoBeka ¢ yCTaHOBIIEHHOM IOCIEN0BAaTENBHOCTHIO HYKIEOTUIO0B yBeanyuiaacey nouru B 10 pas, HO
310 coctasisuio enie meHee 0,001% ot Bcero reHoma uenoBeka. K Hauany 1998 r. 6bu10 ceKBEHUPOBaHO
BCEro 0K0JIO 3% reHoMa.

Ilpasuna obpazosanun unghopmayuoHHbLIX NAKEM 08

AHanu3 TreHoMa uenoBeka 1mo3Bosui Ha koner 2002 roma ooHapyxuth nopsaka 30 00040 000 rexos,
KOAMPYIOUIMX O€JIKH. DTU TeHbl CHJIBHO OTIMYAIOTCS JIpYr OT Apyra mo pasmepam. llogcuurano, 4ro
CPEIHsIs IJIMHA T€Ha Y YeJIOBEKA COCTAaBJISAET OKOJIO 27 ThIC. II. H. Takol yCpEIHEHHBIN T'€H COAECPKUT 9
9K30HOB (cpenHuil pasmep Kaxxaoro okosio 150 m. H.) ¥ 8 UHTPOHOB (CpPeaHHI pa3Mep KaXAO0ro 4yTh
menbuie 3400 m.H.). Ho 310 numb cpennue 3HaueHusi. CaMble KOPOTKHE T'€HbI COEpKAT BCEro JiBa Je-
csiTKa OYKB-HYKJICOTUOB, HAaIpUMeEp, Te€Hbl SHAOP(GUHOB — IOJUIENTUIOB, BHI3bIBAIOIIUX OLIYIIEHUE
YAOBOJBCTBH. B TO e Bpemsi caMblil JUTMHHBINA T'€H, KOJUPYIOIIHUA OJTMH U3 OCJIKOB MBI, — MHOJUACT-
poduH coaepkut 2,4 MIIH. 1. H.

Kpome Toro, rensl He paBHOMEPHO pacIpeaeseHbl MEXy pa3HbIMH Xpomocomamu. [Ipu cpeaneii mior-
HocTH ojuH red Ha 100 T. . H. reHOMa UX coJepkaHue B xpomocome 19 cocrasiser okoso 2 Ha 100 T.
I.H., a B XpoMocomax 2, 13 u Y-xpomocome — ot 0,15 10 0,7. Ecnu cpaBHUTH MIJIOTHOCTh T'€HOB C IIOT-
HOCTBIO paccesieHus JtoJiei, To Y-xpoMmocoma HaroMuHaeT Haury Cubups, a xpomocoma 19 — EBpomneii-
cKkyto yactb Poccuu. J{ns cpaBHeHus: B reHoMe Oaktepuii coaepxutcs cbiiie 1000 renos Ha 1,0 MiH. 1.
H., Yy apoxokeil okosno 450 renoB Ha 1,0 MuH. 1. H., a y 4epBs C. elegans — okousio 200. CregoBaTensHo,
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IJIOTHOCTH PACIOJIOKEHHS T€HOB Ha €IMHHUILY JJIMHBI T€HOMA 3aMETHO [1aJaeT 110 MEpe 3BOJIIOLMOHHOIO
YCIIO)KHEHHUSI OPTaHU3MOB.

[Tocne cekBeHHPOBaHUS IeHOMA YEJIOBEKA U psAla IPYTUX OpPraHU3MOB ObUI NMPOBEJCH NETAJIbHBIN KOM-
NbIOTEPHBIA aHAIU3 HYKJIEOTUIHBIX MocienoBarenbHocTeil. [loacuntano, Hanpumep, ckoibko B JJHK
MOJKET UATH NoJpsiy OykB A, miu kak yacto I” Berpeuaercs nocie L. Y TyT BbIACHMIIOCH, UTO B F'€HAX 3TH
COUYETaHUs MOJYUHSIOTCS ONPEAEICHHBIM MPABWIIAM, TOI/IA KaK B IPOMEXKYTKAX MEXKy T€HAMHM, TaMm, T
Huuero cyuiectBeHHoro B JIHK He 3ammcano, yacToTa coyeTaHUil pa3HbIX HYKJICOTHAOB OJU3Ka K CIy-
yaifHoi. I'ie MHOTO reHoB, TaM MHoOro OykB I" u L, a rae renoB Het, TaM MHOTO OykB A U T. 311€Ch OMATH
MO>KHO ITPOBECTH Mapajuieib ¢ OOBIYHBIM TEKCTOM. 10 mpaBuiIaM rpaMMaTHKH pyCcCKOTO sI3bIKa, KOTOPbIE
MBI YUUJIM B LIKOJIE, <OKH, LM — IHIIN Yepe3 W», B CJI0Bax IHocje OyKB K U 11 OyKBa bl HE BCTPEYAETCH.
Heuro nogo6Hoe XapakTepHO U JUIsl TEHETUYECKUX TEKCTOB — B KOJHMPYIOIIUX Y4acTKaX HEKOTOpBIE CO-
YEeTaHUs HYKJICOTHJIOB IPAKTUYECKH HE BCTPEYAIOTCS, a PACIPEACIICHUE IPYTUX COYETaHWHU CHIIBHO OT-
JMYaeTcs OT CAy4alHOro. OTo ObUI OJUH W3 MEPBBIX, HO JAJIEKO HE €AMHCTBEHHBIN pe3yiabTaT aHaJIn3a
JHK.

Kak B muchMeHHOM $3bIKE€ MYHKTYyalus (TOYKH, 3aMSAThIC, TUPE U T.lI.) UCHOIB3YETCS ISl YWICHEHUS U
rpaduveckoil opranuzanuu Tekcra, Tak U B JJHKoBoMm TekcTe cymiecTBYrOT BCEBO3MOKHBIE 3HAKH-
CUTHaJIbl, 0003HAYAIOIINE TPAHULIbI OT/AETbHBIX (DYHKIIMOHAIBHBIX 3JIEMEHTOB. be3 Takux CUrHajoB reHe-
THYeckas nH(OpMalLKs He MOXKET ObITh MPAaBUIILHO cuuTaHa ¢ Hocutens. Kimaccnueckuit npumep u3 JIMH-
I'BUCTUKU — MpeUIoKeHue «YOUTh HeNlb3sl IOMUWIOBaTh». Eciny He mocTaBuUTh 3amsaTylo, TO OCTAaeTCsl He-
MOHSTHBIM, TO JIU YOUTb, TO JIM NOMUJIOBaTh. Tak U B reHe. 3HAKU MPENUHAHUS, B OTIUYHME OT FeHeTHYe-
CKOT'0 KOJla, He TaK YHHBEPCAJIbHBI B KHBOM Mupe. YacTb M3 HUX y HM3IIUX OPraHU3MOB (IPOKapUOT)
CYLIECTBEHHO OTJIMYAIOTCS 110 CPAaBHEHUIO C BBICIIMMU (3yKapHOTaMu), BKJIIOYas YeJIOBEKa.

Bot kak BeIrIAauT, Hanpumep, oaHa u3 crpanul JJHKoBoro tekcra, coneprkaiuascs B Tome (XpoMocome)
11 genoseka (puc. 14).
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Puc. 14 TlocnenoBarensHoCcTh HyKIeoTHIOB ((hparmenT) [JHK uenoseka

I'en unTepdepoHa BbleIeH KypcHBOM. [IoAUepKHYT y4acTOK, KOAUPYIOLINM Oeslok, cocrosmuii u3 188
aMUHOKHCIIOT. JKUpHBIM mIpudTOM BbIAENEHBl 3HaKH MYHKTYallud B 3TOM T€HE, 00eCIeYUBaIOLIUe €ro
NPaBUIbHYIO TpaHCKpHUIIUIO ¢ obpa3zoBanueM MPHK u mocnenyromryto npaBuibHYIO TPAHCIALUIO 3TON
MPHK.

I’ Ha ATOT PUCYHOK, AK€ CHELUAINCTY Cpa3y TPYAHO YTO-TO MOHATh. OIHAKO MpOCTas KOMIIBIOTEp-
Has MporpaMMa OBICTPO MO3BOJISIET HAWTHU 3/1€Ch YYACTOK, KOIUPYIOMNMA O0eoK nHTepdhepoH. ITO ocyIiie-
CTBJISIETCS B PE3YJbTATE TOTO, YTO B T€HAX MMEIOTCS CIELUAIbHBIE CUTHAIBI-SIPIIBIYKH, KOTOPBIE MOXKHO
paccmarpuBath Kak 3Haku npenuHanus B JJHKoBom tekcre. U komnbrotep ciocoOeH ux paznuuuth. Pac-
CMOTPHM IJIaBHbIE UX HUX.

T'enut nocmpoensl U3 KyCKoe

VYcmexu B U3y4EHUH T€HOMA YEJIOBEKA, a €Ile PaHee — IPOBEACHHBIM aHAIN3 OTAEIbHBIX T€HOB APYIUX
BBICIIMX OPTraHW3MOB, IIPUBEIU K Ay IPUHLIUIIAAIBHO HOBBIX U COBEPIICHHO HEOKUJAHHBIX JJI T'eHe-
TUKOB PE3YyJIbTaTOB B OTHOLIEHUU YCTPOHCTBA I€HOB, OCOOCHHO TeX, KOTOpbIe KoaupyroT Oenku. Co Bpe-
MEHU MOSIBJICHUSI LICHTPAJIIbHON JAOIMbl MOJIEKYJISIPHON OMOJIOTMH JAyMallld, YTO HENpEpbIBHAS JIHMHEHHAs
II0CJIE0BATENbHOCTh HyKIeoTn 0B B JIHK ¢ moMomipo TpUILIETOB HYKIEOTHIOB KOAUPYET HENPEPHIB-
HYIO [OCJIeI0BaTeNbHOCTh HyKiIeoTH10B B MPHK, a mocnennsist kak nmocpeHuk nepenaeT 3Ty nHpopMma-
IIUI0 HAa pUOOCOMBI, KOTOpPBIE, CUUTHIBAS €€, OCYIIECTBIISIIOT CUHTE3 TMHEHHBIX MOJIEKYJ O€IKOB. DTO CO-
OTBETCTBOBAJIO CUTYallMH, KOTOPYIO MIEPBOHAYAILHO HAOII0JAIM IPU M3YYEHUU I'eHOB y Oakrepuil. On-
HAaKO Yy BBICIIMX OPTaHU3MOB, BKJIIOYas 4YeJoBeKa, (M Jake Yy HEKOTOPbIX HU3IIMX) KapTHHA OKa3alach
00J1e€ CIONKHOM.

Korna cpaBuuBanun MPHK u cootBercTByrommii 6e10K, TO ASHCTBUTEIHLHO OOHApPYKUBAJIU HEMPEPHIB-
HOCTb MX HYKJICOTHJHBIX U aMHUHOKUCJIOTHBIX IociiefoBareiabHocTed. To ke Habionanu u npu cormoc-
TaBJICHUU IOCIIEI0BATEIbHOCTEH aMUHOKHUCIOT B OelIKaX M HYKJIEOTHUIOB B FeHOMax BUpYcoB. O/1HaKo ¢
MOSIBJICHUEM BO3MOKHOCTH CEKBEHHpOBaTh NpoTsukeHHble yyacTku JIHK (T. e. HemocpeacTBEHHO T€HOB)
KaK Y HEKOTOPBIX BUPYCOB, TaK U y BBICIIMX OPraHU3MOB IIOJYYUIIU COBEPIICHHO HEOKUIAHHBIE PE3YIIb-
Tatbl. BHyTpH HyKkneotunueix nociuenoatenpHoctel JJHK, kogupyromux 6enok, Op111 00HApYKEHBI Ka-
KHME-TO UHBIC, HUYEr0 HE KOJUPYIOLIUE YYACTKH.

Oxka3anoch, YTO MHOTHE I'€Hbl «pacuj€HEHb» Ha OTJeNIbHbIE KyCKH. OHM U3 3TUX KYCKOB, KaK W IOJIO-
KEHO, KOTUPYIOT 0esIoK (MX Ha3BaJIM DK30HAMM), a Ipyrue HUKaKue 0K KOAUPOBATh HE CIIOCOOHBI (UX
Ha3BaJld HHTPOHAMM) U PACIIOJIOKEHBI MEXY SK30HaMU. Takum o0pa3oMm, B reHe KOAMPYIOIIKE U He KO-
JUPYIOLIUE YUAaCTKH IepeMexaroTcs Apyr ¢ Ipyrom (puc. 15). Tak ycrpoeHo 60JIbIIMHCTBO O€I0K-
KOJUPYIOIIMX I'€HOB. XOTsI UMEIOTCS M UCKIIOYEHUs. B 3THX CilydasXx roBOpsT, 4TO T€H YCTPOEH U3 OJHO-
r'0 5K30Ha U UHTPOHOB HE COJEPXKHUT.

SKIOH-HHTPOHHASA CTPYRTYPA OTAEINBHBIX TEHOB
THCTOHOBLA &+ [ |
B e
OO paviHa = 400 . H.. DTHHA 3K30Ha = 40 mH.
raolHROBLIR { J |
~ -
O6mas vmua = 1666 n.H.. LHHa 2830008 = 990 n.H,
PAEY ol ———H—i—
(HPRT) = OGuas Linsa = 42830 r.4., LiHHa sKk30H08 = 1263 .4,
factor VIIl -} {} ! [
l L -
Oonan anuna = 136000 n.H., aauHa s3x3oH08 = 9000 n.H.
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Puc. 15. Cxemaruyeckoe n300pa’keHue 3K30H-UHTPOHHOTO CTPOCHUSI HEKOTOPBIX T€HOB YEJIOBEKA.

DK30HBI — HPSIMOYTOJIBHHUKH, UHTPOHBI — JIMHUU MEXAY NPSAMOYToJIbHUKaMH. TeMHbIe NPSAMOYTOJb-
HUKU — YYaCTKU F€HOB, KOAMpPYIOLIHe Oe0K, Oesble NpsSIMOYTOJIbHUKY B IEPBOM M MOCIIEIHEM HK30HAX
— crieuuaibHble yJacTKu reHa, koaupyomue MPHK, Ho He koaupyromniue 6enok

Takoe pa3opBaHHOE (3K30H-UHTPOHHOE) CTPOEHHE OKa3aJloCh XapaKTEPHBIM I MOAABISIONIETO OO0JIb-
LIMHCTBA (XOTS U HE JUIsl BCEX) FEHOB 4esloBeka. Bmecte ¢ TeM y O0/IbIIMHCTBA TPOCTEHIINX OPraHU3MOB
UHTPOHBI HE OOHAPYKECHBI.

PasmMepsl HHTPOHOB 4acTO 3HAYUTEIBHO MPEBBIIIAIOT Pa3MEPBI 3K30HOB, YTO CYHIECTBEHHO YBEJINYMBAET
o011yI0 UIMHY HYKJIeoTHAHBIX mociuenoBatensHocTeil JJHK, obpasyromux ren. IIpu 3ToM B reHome ue-
JIOBEKA HHTPOHBI B [1EJIOM CYIIECTBEHHO JUIMHHEE, YEM Y IPYTUX OPraHU3MOB.

Kakum xe o6pasom pazopBanublii JIHKOBBINM TeKCT peanusyercs B KJIETKaX B BUJE HEPa30pBAHHOTO
PHKoBoro, a 3arem 0e1K0BOIro?
1. BpISICHUIIOCH, YTO MEPBOHAYAIBHO INPU TPAHCKPUIIMM TeHa cuHTe3upyerca Ooibiioi PHK-
npeniecTBeHHuK, konust JIHKoBoro tekcra (¢ 3k30HaMu M UHTPOHAMHU BMECTE).
2. Jlanee B pe3ynapTaTe paboOThl crHenupuueckux ¢(EepMEeHTOB MnpoucxonuT Hapezanue PHK-
IpEIIECTBeHHUKA Ha KyCcKH. Te U3 HuX, KOTOpble HUYEero He KOAUPYIOT (MHTPOHBI), OTOpachIBa-
IOTCSI, @ KOJUPYIOIINE KYyCKU (9K30HBI) COSAUHSIOTCS MEXIY CO00#, OOBIYHO B TOM K€ TOPSJIKE,
KaK OHHU pacnosaranuchk ucxogano B JTHK.
3. B pesynbrare popmupyercs 3penas mosnekyna MPHK. DToT cioxHbIi nporecc 1 moydt Ha3Ba-
HUe crutaiicunra (puc. 16).

3k3oH 1 WHTpoH JK30H 2

l MepBUYHBIA NpOOYKT

TpaHCKpUMLK
npegwecTBYOWWX

MPHK

PHK _
¥-_| thepmeHTaTUBHBIIi
KOMMIEKC,

J ocyUecTBAAIWY i
l - CNRAWCWHr

wPHK —»

Puc. 16. OGpa3zoBanue monexkyia MPHK na PHK-npeniectsennuke B pe3ynbrare CruiaiiCuHra.
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U3 PHK-npeowecmeennuxa evipe3aromcs hpazmenmol, CUHMEIUPOBAHHbIE C UHMPOHHBIX NOCIE006a-
menvbHOCmell 2eHa, a y4acmKu, CUHIME3UPOBAHHbIE HA IK30HAX, COOUHAIOMCA OpY2 ¢ OPY20M, YMO 8 KO-
HEeYHOM Umoze NPUBOOUM K opmuposanuio 3penoi gyukyuonaroro akmusrou mPHK

B nHTpoHAax coaepxarcs 0coOble CUTHaJIbl, KOTOPbIE Y3HAIOTCS CHEeLUaIbHBIMU (PepMEHTaMH, OCYIIECTB-
nsommMu crutaiicudr. Tak, B 98% ciiydaeB HHTpOHBI HauMHAatOTCs ¢ quHykieoruna ['T, a 3akaHunBaroT-
cs quHykieotTuioM Al OHM-TO M ciy’KaT IVIaBHBIMU CHUTHAQJIaMU JUISl IIPaBHJIBHOI'O OCYIIECTBIICHHUS
CIUIaliCHHTA.

Bo BceM 3TOM U COCTOUT OCHOBHOE HOY-Xay B OpraHU3alMK T'€HOB YEJI0BEKA U IPYTUX JYKapUOTHUUECKUX
reHoB. «JIockyTHOE» yCTpOHCTBO OOJIBIIMHCTBA F€HOB — YPE3BbIYaiHO Ba)KHOE JBOJIIOIIMOHHOE MPHOO-
pETEHME BBICIIUX OpraHU3MOB. 3a cueT craiicudra B PHK Moxer npoucxonnuTe coeAMHEHNE HE TOIBKO
MEXIy COCEIHHMH IK30HHBIMH HYKJICOTHUIHBIMHM IOCJIEIOBATEIBHOCTSIMHU, HO U MEXKIY APYIMMH, OT-
CTOSAILMMH IOPOIl B I€HE HA 3HAYUTEIIBHOM PAcCTOSHUU. DTO HA3bIBAIOTAIbTEPHATUBHBIM CILIAHCHH-
roM (puc. 17). B reHome 4enoBeka albTEpHATUBHBIA CIUIAMCHUHI XapakTepeH AJisi 0ojee TPETH T'€HOB.
OTOMY MOKHO NPUBECTU CIEAYIOIIYI0 AHAJIOTHIO: M3 CJIOBA «AaJIMUHUCTpALUsA» 3a CUET yJAJCHMs OT-
JIeJIbHBIX OYKB U CJIOTOB MOXHO 00pa30BaTh MHOKECTBO COBEPLIEHHO Pa3HBIX [0 CMBICIY CJIOB: aJ, MH-
HUCTp, AaMHUCTHSL, acTpa, HaLU.

Cy1iecTBOBaHHE MHOXKECTBA aTbTEPHATUBHBIX BApPUAHTOB CIUIAMCHHTa B KOHEYHOM HTOTe 00ecreynBacT
nosiBjieHue 0oJiee yeM OJIHOTO Oelika MpU SKCIPECCHH OJJTHOTO €IMHCTBEHHOro reHa. B wactHocTH, Ha re-
He Oenka TPOMOHHMHA YeJIOBeKa, cofepskamieM 18 3K30HOB, 3a CYET alIbTePHATHUBHOTO CIJIAHCHHTA MOXKET
00pa3oBbIBaThCs 64 pa3nuuHbIX mpoaykra! Ceiidyac mOJACUYMTAHO, YTO B CPEIHEM OJWH I'€H Y 4YeJIOBEKa
CHOCOOEH KOAMPOBATh OKOJO 3-X pa3HbIX OENKOB. AJIbTEPHATUBHBIN CIUIAHCUHT 3aBHCHT OT MHOXKECTBA
BHYTPHUKJIETOUYHBIX ¥ BHEIIHUX (DAKTOPOB, B TOM UHKCIIE, KaK MMOKAa3aHO HEAABHO, 1a)K€ OT BUPYCHOTO BO3-
NEUCTBUS HA KIIETKY.

AnbTepHaTUBHBLIW CNNANCUHT

Fen

MNeparUyHbLIA
TpaHCKpUnT

Puc. 17. CxemaTnueckoe U300pakeHue albTePHATUBHOIO CIutaiicuHra. IIpsMoyroibHuKaMu pa3HOro oT-
TE€HKa 0003HAaYeHbI SK30HbI, YEPHBIMHU JTUHUAMU — UHTPOHBL. [loka3aHbl MUIIb JBE U3 MHOXKECTBA BO3-
MoxkHbIX MPHK, 06pa3yromuxcst Ha 0lHOM reHe

OK30H-UHTPOHHOE CTPOEHHUE I'€HOB JAJI0 IPUHLIUINAIBHO HOBYIO BO3MOKHOCTbD JJIsl BOJIFOLIUM T€HOB —
KOMOMHHPOBATh OTJEIbHBIE AJIEMEHTHI NpU (HOpPMHPOBAHUHU T'€HOB. B pesynbrare 3TOro B 3BOJIIOLHU
BO3HUKAJIM HOBbIE I'€HbI, KOAUPYIOLINE pa3Hble OEIKH 3a CYET PA3HOT0 COUETaHHsI SK30HOB OJIHOTO U TOTO
ke reHa. To ecTh U3 yKe TOTOBBIX «CIIOB» COCTAaBJISIOTCS COBEPIIEHHO Pa3HbIE «IpeuioKeHns». M Takon
IIOAXO0J, UCIIOJIb3YEMBIN IIPUPOIOU, OKA3aJICS BECbMA IIPOLYKTUBHBIM.

Cnenyer ormeruts, uto U B 3penoit MPHK, koTtopas oOpa3yercs yxe mocie yaaaeHUs U3 HEpBUYHOTO
TPAHCKPHUINTA WHTPOHHBIX HYKJICOTHIHBIX MOCIEI0BATEIBHOCTEH, TAK)KE HE BCE YUAaCTKU KOAUPYIOT Oe-
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n0k. OgHako, B OTJIMYME OT UHTPOHOB, TaKHE IIOCIIEN0BATEIILHOCTH HYKJIEOTHI0B PACIO0KEHbI B Hava-
JIe U B KOHIIE MOJIeKYIIbI (cM. puc. 18). Vx pa3zmepsl Takke CyLIECTBEHHO Pa3IMyaroTCs.

Tak, B pazueix MPHK uenoBeka Hekoaupytomas o61acTb, paclojioKeHHas B Hayaje MOJIEKYINbI, UMEeT
miny ot 2800 o 18 HykineotunoB (B cpenneM 200 HyKJIEOTHIOB), a Ta, KOTOpasl pacrnojoKeHa B KOHLIE,
coctaBisieT oT 8500 o 20 mykineoruaoB (B cpenHeM 1000 HykI€oTHIOB). DTH HEKOIUpYOIIUe Oenok
o0JacTy TeHa OueHb BaKHbI /711 HOpMalibHOro pyHKkunoHnupoBanus MPHK, ee Tpancnsnuu, crabuibHoO-
CTH U JIOKIM3aluK B KieTke. Kak y)xe roBopuiioch, Ha OJJHOM I'€HE 3a CUET albTEPHATUBHOIO CILIANCHH-
ra MoxkeT oOpa3zoBsiBaThCsl Heckoiabko MPHK. Crenyer mogdepkHyTh, 4TO M Ha OJHOM yxke copmupo-
BaBuieiics MPHK moryTt o6pazoBbIBaThCs pazHble OeKU. ITO NPOUCXOIUT 3a cueT Hanuuus B 50% MPHK
4esloBeKa He OJHOro, a ABYX AVYI'-KoIOHOB, SIBISIOIUXCS CTapT-CUTHaJlaMH JUId CUHTe3a Oenka Ha
MPHK. 3a cuer 3T0T0, B pa3HbIX CUTYyallUsIX KJIETKa MOXKET HauyaTh CUHTE3 Oeika ¢ pa3Hbix MecT MPHK, B
pe3ysibTaTe 4ero o0pa3yroTcs pa3Hble M0 JJIMHE, a IOPOW U 10 CBOMM CBoMcTBaM, Oenku. OnsaTh ke npu-
Mep U3 JIMHTBUCTUKHU. ECIM YuTaTh TEKCT HE C MEPBOMA, a CO BTOPOIl OYKBBI, CMBICH 3a4aCTyIO0 COBEpIICH-
HO MEHseTCs (CpaBHUTE: yJI0UKa U JJOUYKa).

B cBsi3u co BCceM 3THUM MOHATHO, YTO KiIaccHUueckas (opmysia FeHETUKOB «OIMH T'€H — OAUH OCJIOK»,
npenioxxeHHas naypeatamu Hobenesckoit npemun Jxopxxem bumnom u Dnyapaom Tarymom, okasbiBa-
eTcs B peaibHOCTH CIIPABEUIMBOM JMIIb Ui HEOOJBIION IpyMIbl T€HOB, & MHOTHE I'eHbl (BO3MOXHO,
OOJIBIITMHCTBO) KOJUPYIOT CEMENCTBA POJCTBEHHBIX, HO CYIIECTBEHHO OTIMYAIOUIUXCS OEIKOB, TO €CTh
HEpPEeAKO NEHCTBYET MPUHLMUI «OJUH T'€H — MHOI0 OEJIKOB». 3a CUET 3TOr0 B T€HOME OCYILECTBIISAETCS
MPUHLMIT SKOHOMUM T'€HETUYECKOro Marepuaiia (KOMMaKTHas 3aluch) U JOCTUTraeTcs OoJbIIoi Habop
T'€HHBIX MPOJIYKTOB — OEJIKOB — Ha OTHOCUTEJILHO HEOOJIBIIIOM YHCIIE TEHOB.

B Tabmuie 3 nmpuBeneHa o01mas XapakTepUCTHKA O0EJTOK-KOAUPYIOIINX T'€HOB, BBISBICHHBIX B PE3YJIbTATE
CEKBEHHPOBAHMSI TEHOMA YEJIOBEKA.

Ta6Jmua 3. YCpeHHCHHHC HAHHBIC O CTPYKTYPC 6GJ'IOK-KOI[I/Ipy1-OH_II/IX T'CHOB I'CHOMA 4YCJIOBCKA

XapakTepHCTHEA I'eHOB Cpenaue smauenns
T ucao aKianHOB 8.8
Pasmep unmpoHos 3365 n. 1.
JMHA KOAH PYIOIEH [0CHE10BATENRHOCTH 1340 . n.
Paamep 27000 0. 1.

B peanbHOCTH pa3Mepsl pa3HbIX [€HOB, a TAKXKE UX 3K30HOB U UHTPOHOB CHJIBHO OTiIHyaroTcsa. M ocHOB-
HOW BKJIaJ] B 3TY BapHaOeIbHOCTh BHOCST UHTPOHBI. Y>k€ FOBOPUIIOCH, YTO MAaKCUMAJIbHBIHN MO pa3mepam
reH JUCTpoduHa 3aHMMAaeT B TeHOMe yenoBeka 2,4 MiulH. 1. H. [logaBisitomnias 4yacTh 3aHsITa UMEHHO WH-
TpOHaMH (MX CpPEeIHHUM pa3Mep COCTaBISIET HECKOJBbKO JIECATKOB ThIcAY M. H.). Hambousbliyio koaupyro-
LIYI0 IOCJIEI0BAaTENbHOCTh B F€HOME UYE€JIOBEKa MMEET I'eH [0 MMEHU THUTUH. Ero pasmep paBeH OKOJIO
81000 m. H. DTOT reH — YEeMIIMOH U 10 Yuciay MHTpOoHOB (178 mTyk!), 1 o AMMHE €IMHUYHOTO HK30HA
(17106 m. n.).

Baoicno ommemumo, umo pasdouska eenos Ha omoenbHvle IK30Hbl HeCayuatna. MnousudyanbHulil 9K30H
yacmo Kooupyem He npocmo Kakyio-mo 4acmv 0eiK08oU MOAEKYIbl, A OnpedeieHublll (hpasmenm benxa,
BLINOHAIOWULL 8 YelloM Oenke omoenvHyro yukyuro. Takou omoenbHbll CmMpPYKmMypHO-QYHKYUOHATbHBLLL
@pacmenm, 6x00sawuUll 8 COCMas yeno2o beiKd, Ha3vl8arom 0OMeHOM.

Hepekpbwanue CCHHbBIX MEKCmMoeé

[Tpuniun xomnaktHocTy 3anucu uHdopmanuu B JJHK npossnsercs emie B onHoM. Baxusblil dakT, o6Ha-
PYKEHHBII IIEPBOHAYAIBHO IPHU AHAINU3E ITOCJIEI0BATEILHOCTEN T€HOB y BUPYCOB, 3aKJIIOYAETCA B TOM,
410 B 0HOM U ToM ke ydacTke JIHK mHorma moxer ObITh 3amucana uHGOpMaLUs O IByX COBEPIICHHO
pa3ubix PHK (1, cooTBeTCTBEHHO, O COBEpILIEHHO pa3HbIX Oeskax). Takoe ciydyaercs U B TeHOME BBICIIUX
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OpraHu3MoB, BKJItOuas yenoBeka. Kak xe 310 ocymiectBisiercsa? Benomuum, uro 3anucanssii B JIHK
TEKCT SIBHO HE pa30uT Ha cioBa (OyKBBI — HYKJICOTHIbI — ciieayioT B mosiekyne JJHK oxna 3a apyroit).
Ho cioBa B 3T0M TekcTe €CTh, IPOCTO 3HAKU MYHKTYAI[MU U PA3PbIBbl MEXKAY CJIOBAMU CKPBITHI OT IJ1a3a U
Y3HAIOTCSl KIeTkou mocie nepexkoaupoku uHbopmaruu 3 JJHK B PHK. Jlna Gonbiiedt HarmsgHoCTH
MIPUBEJIEM IIMPOKO U3BECTHBIN MPUMEP TAKOrO TEKCTa:
HATIOJIEOHKOCHWJITPABYIIOJIAKUIIEJIMCOJIOBBAMMU.

B 3aBucuMOCTH OT pa30MBKH 3TOr0 TEKCTa Ha CJIOBA MOJyYaeTCs JIBAa MPEAJIOKEHUSI C COBEPIICHHO pa3-
HBIM 3HAYEHUEM:

HA ITIOJIE OH KOCWJI TPABY I10JIA KUIIEJIN

COJIOBbAMU

HAIIOJIEOH KOCWUJI TPABY ITOJIAKU TIEJIN

COJIOBBSAMU.

Teopernuecku Ha nByX nemsx JHK ¢ ydyerom Toro, yto KoJ TPHUILIETHBIA, MOXKHO 3amucaTh 6 pa3HbIX
TEKCTOB: TPU Ha OJHOI LIeNH M TPU Ha JIpYroil. 3To MOXKET OBITh JOCTUTHYTO 3a CUET CABHMIa TOUKH Ha-
yajia CUNThIBaHUS MH(OPMALIMK, YTO HA3bIBAIOT CABUIOM PaMKU CUMTHIBaAHUS (HA4ajO CUMTHIBAHUS BO3-
MOJKHO C JIF000T0 U3 3-X pa3HbIX PSAOM JISKAIINX HYKJIeOTHI0B) (cM. puc. 18). Takoe siBIeHUE MOTYUHIIO
Ha3BaHME MEepEeKpbIBaHUs IeHOB. BriepBble 0HO ObLIO OOHApYXeHO y BUpPYCOB. U 31ech ObUIO MOHSTHO,
3ayeM 3T0 NoTpebdoBanock. BupycHble reHOMbI 00BIYHO O4YEeHb MajeHbkHe. [lepekppiBaHNEe F€HOB JUKTO-
BaJIOCh HEOOXOAMMOCTBIO KaK MOKHO KOMIIAKTHEE Pa3MECTUTh MH(POPMAIUIO0 Ha OTHOCUTEIBHO KOPOT-
kux mosiekynax /IHK. Bosibmioi reHoM 4yenoBeka TEOPETUYECKH MO3BOJIIET 000MTHCh O6€3 Takoro nepe-
KpbiBaHus. OJHAKO U B '€HOME 4YEJIOBEKAa, XOTSI U OTHOCUTENIBHO PEIKO, MEPEKPbIBAHUE T'€HOB TAKXKE
HUMEETCS.

ATTTAT TN UAF ITA AUT TAF UUT UULL T Kopowbl gns Genka A

HyeneotunaHan
ATTTATTTLUUATTTAAUTTATLILTLILILLY ngcn egoBatensHOCTe JHK

MrATTIUL AT TAA UTT AL UTW ULT Kogosbsl gna benka B

Puc. 21. Cxemaruyeckoe nzobpaxxkenue nepexpoiBanust 18yx JJHKOBBIX TEKCTOB, 3alIMCaHHBIX HA OJJHOM
yuactke JTHK.

benoxk A obpazyemca na mPHK, komopasa mpanciupyemcs ¢ 00HUx K0OoH08, a benok b obpasyemcs na
MPHK, yumaemou (mpanciupyemotl) co cosucom 8 00ux Hykieomuo. B pesynomame xoodowust (onu pasoe-
Jlenbl npobenamu) cogepuieHHo pastule, u, coomeemcmeenno, npu mpanciayuu MmPHK obpaszyiomces co-
6epuleHHo pasnvie DenKu

KaxoB MoskeT ObITH CMBIC B COXpaHEHUHU 3TOT0 (heHoMeHa B reHoMme uenoBeka? [loka elie He Bce ACHO,
HO KOe-KaKue MOMEHTHI y)xe mposicHstoTcs. Hanpumep, B psae cinydyaeB oOHapyxuiau cuntsiBanue PHK ¢
pa3HbIx nenei ogHoro yyactka JIHK. Oto npuBoaut k obpazoBanuto takux PHK, kotopsie B cuity kom-
IUIEMEHTAPHOCTH MOTYT B3aUMOJAEUCTBOBAThH APYT C JPYIOM B KJETKe, 00pa3ys B pe3yibTaTe JBYHHUTE-
Beie PHK. A B aBy-auteBom Buae MPHK He cnocoOHa k TakoMy BaXKHOMY IpOIIECCY, KaK TPAHCIISIIHS.
TakoB peanbHbI MeXaHU3M CHEUU(PUUECKON peryasnuu (MHAKTHBALMK) SKCIPECCUU T€HOB YeJIOBEKa,
YHCIIO KOTOPBIX, IO MOCJIEIHUM OLleHKaM, cocTaBisieT ~ 1600.
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H30upamenvnoe koouposanue

He Bce renwr kogupytot 6enku. [Ipexae Bcero, ciieyeT OTMETUTh, YTO KPOME T€HOB, KOAUPYIOMHUX Oel-
KM, B TEHOME UMEIOTCS ellle TeHbl, Ha KoTophix cuHTe3upyetrcss PHK, kotopsie He sBistorcs MPHK (To
€CTh, HE KOAUPYIOT OE€JI0K), HO BBITIOJIHSIOT PSJl CAMOCTOSITEIBHBIX BOXKHBIX (YHKIIUNA B KieTKax. B pe-
3yJbTaTE MOJIyYaeTCs CUTyalus, YTO TPAAULMOHHOE IMPUBBIYHOE OIPEIAECIECHUE I'eHA HAJAO0 PaCLIUPATH,
BKJIFOYMB B HETrO I'€HbI, KOAUPYIOUME OCIKU, U TeHbI, HE KOAupYyomue 0Tk, HO KoAupyromme QpyHk-
muoHansHO 3HaunMble PHK.

JlaBHO yxe u3BectHO, uto kpome MPHK Ha /IHK cunTe3upyroTcs pazHooOpa3Hble BCIOMOTraTeabHbIE
PHK, xoTopbie camu HEe TpaHCIUPYIOTCS (T. €. OHU HE KOAUPYIOT OCJIKH), HO yJaCTBYIOT B Pa3HBIX KJe-
TOYHBIX mporeccax. B mepBywo ouepens 3to PHK «gomamnero xossiictBay — pubocomusie PHK
(pPHK), tpancnoptasie PHK (TPHK) u np., koTOpble y4acTBYIOT HEMOCPEACTBEHHO B CHHTE3€ Oelka Ha
MPHK. Otu PHK kxoaupyrorcst ydacTkamu, KOTOpbIE TaKyK€ Ha3bIBAlOTCS T'€HAMHU, U COCTABIISIIOT OCHOB-
nyto maccy PHK B knetkax. pPHK Bxoast B coctaB pubocoM, sBISSACH BaXKHBIM KOMIIOHEHTOM UX CTPYK-
TYpHOH OpraHusanuu. Y 4esoBeka NpucyrcTByeT aBa ocHOBHBIX THna pPHK pasmepom oxono 1900 Hyk-
neotu10B u 6osee 5000 HyKJI€OTHI0B B MaJIO U OOJIBIION CyOUYacTHUIIaX COOTBETCTBEHHO.

Eme ognu Hexoaupyromue 6enok PHK — TPHK, koropbie oGecnieunBaroT anmapaTr TpaHCISLUH, MOJ-
TacKuBas K pubocomMaM pa3MyHble aMUHOKHUCIIOTHI, BCTYHAIOIIME B PEAKLUIO APYT ¢ Ipyrom. B renome
yenoseka reusl, kogupyromue pPHK u TPHK, npencraBinensl MHOroUnMcaeHHbIMU KonuaMu. Tak, B cek-
BeHupoBanHoil JIHK genoseka o6HapyxkeHo okosio 500 renos, konupytomux TPHK. I'enoB qns pPHK B
reHOME YeJIOBEeKa BBIABIEHO 0K0JI0 200 KOMMii, KOTOpPBIE PACTIONOKEHBI HA 5-TH pa3HbIX Xpomocomax (13,
14, 15,21 u 22).

N3zyuenue cBoiictB PHK npuBeno k Tomy, 4To npeacTaBieHne 00 HCKIIOYUTEIbHOCTH OSIKOB B KaTajln3e
OMOXMMHUYECKUX peakluil mpuien KoHel. BoisicHuinocs, uto B npupone umerorcs suasl PHK, xoropeie,
no100HO Genkam, 06J1a1a10T BBICOKOCTEIM(PUUECKON KaTATUTHUECKOW aKTUBHOCTBIO.

OueHb BaKHBIM CTaJl0 0OOHApy)KEHUE B T€HOME YeJIOBeKa MHOYKECTBA JPYTUX T€HOB, TAKXKe MPO-
m3Bosimmx PHK, HO He crocoOHBIX KOaupoBaTh Oesok. [1ocTeneHHO BBISICHUIIOCH, YTO HEKOTOPBIE U3
Takux He komupyromux Oenku PHK npuHuMaroT ydactue B BaXHEHIIMX Hpolieccax, MPOUCXOAALINX B
kietke: perymsauuu Tpanckpunuuu JIHK, crinaiicunra u tpancnsuuu MPHK, MmoagynupoBanuu ¢yHkimii
0€JIKOB U UX MPOCTPAHCTBEHHOTO pacipeneneHus B kietke. [1o aToi nmpuunHe MX Ha3BaIUpHOOperyIs-
TopaMu. U nprumMepoB Takux pruOOPEryIsTOPOB yXKe celyac MOXKHO NMPUBECTH HeMalo. Tak, yCTaHOBIJIEHO,
4TO He KoJaupymoomuil 6ei1ok ydyactok reHa H19 umeer oTHomeHne K psay HMpOLECCOB, MPOTEKAIOLIIUX B
KJIETKaX, U, B YaCTHOCTH, K MX 3JIOKAYECTBEHHOMY IIEPEPOKICHHUIO.

Hpyroii PHK-komupyromuii reH KoHTponupyeT padoty 6enok-koaupyromero rena HFE, Bosie-
YEeHHOI'0 B METa0OJIM3M jKeJie3a M CBSI3aHHOT'O C HACJEICTBEHHBIM 3a00JIeBaHMEM XeMoxpomaro3oMm. B
nocineaneM ciaydae PHK-mponykT konupyercs TeM ke caMbIM T'€HOM, KOTOPBI OH PErylIMpyeT, HO €ro
oOpazoBanme ocymiecTisiercs Ha apyroi mutu JJHK. B pesynbrare Tak Ha3piBaeMblii aHTUCMBICIIOBOM
(xommnemenTapubiil) PHK-ipoaykt croco6en B3aumopeiictBoBate ¢ MPHK, oOpa3yst rubpussl, Hecmo-
coOHBIE TPaHCIMPOBATHCS B pubocoMax ¢ oOpa3oBanueM Oenka. Eimie oquH MHTEpECHBIN T'€H — TIeH
PHK-akTuBatopa crepounnoro peuenropa. OH o0ecrieynBaeT aKTUBHOCTh CTEPOMIHBIX PEIENITOPOB 3a
c4eT 00pa30oBaHUsI KOMILUIEKCA C 3TUM OEIKOM.

B xneTkax yenoBeka, Kak U y APYTHMX OPTaHU3MOB, BBISIBICHBI KOpoTKUe AByHUTEeBble PHK (MuKk-
poPHK), oTaenbHble U3 KOTOPBIX, IO-BUAUMOMY, MOTYT Y4acCTBOBATh B IPOLIECCE PETYISILIMU SKCIPECCUI
TeHOB 4Yepe3 MexaHu3M, HazBaHHbI PHK-unTepdepennueii.

OTOT MeXaHU3M BIepBble OblI 0OHapyxeH B 1998 rony y Hu3mux opranu3moB. Paznuunsie MukpoPHK B
kieTkax yepss C. elegans oka3aanch B COCTOSIHUM «IIPUIIIYIIATh» pabOTy CTPOrO OINpENEIeHHbIX I€HOB
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IyTeM BO3/ICMCTBUS Ha MPOLIECC CHHTE3a KOAUPYEMBIX UMH OelkoB. BriomHe BeposSTHO, U y yelloBeKa
MukpoPHK wurpator nonobnyto possb.

Takum oOpa3oM, Mbl BHJIUM, YTO MPOAYKTHI IeHOB, Koaupyromux toisko PHK, BMemmuBatorcs B
pa3IMyYHbIe KJIETOYHbIE MPOIIECCHI, UCIONb3Yys MIPU 3TOM COBEPIICHHO pa3Hble MEXaHU3MbI. ['eHbl pubo-
PEryiasaTOpOB COCTABIIAIOT, [10-BUAUMOMY, 3aMETHYIO 4acTh '€HOMA 4YenoBeKa. [IpuMepHbIe OLeHKH TOBO-
PAT O BEJIMYMHE HA MOPSIOK Oosblie, yeM J0Jis O€I0K-KOIUPYIOUMX HYKJIEOTHIHBIX TOCIe10BaTEIbHO-
creii. Cam (akT cylecTBOBaHMs TaKUX I'€HOB, HECIIOCOOHBIX KOJIMPOBATh OEJIOK, HO pealbHO IMpPOsB-
JA0IMX ce0s B Mpou3BoAcTBe PpyHKIMOHUpYrommx B kietkax PHK, ctaBut 6omb110ii Bonpoc nepen uc-
clieioBaTeNs MU reHoma. 1, B mepByro ouepeib, YTO CIEAyeT Mocie ITOr0 CUUTaTh COOCTBEHHO IeHOM?

I'ennasa mampewka

W3penka 06HapyKMBaIOTCA BApUAHTHI, KOT/1a BHYTPU OJIHOTO I'eHa LIETMKOM COJAEPKUTCS APYTrOH,
MEHBUINH M0 pa3MepaM reH. JTakas cBoeoOpa3Has «MaTpelIKa», IOCTpOeHHas U3 reHoB. Takas opraHu-
3alMs F€HOB BECbMa pesika. Tak, B XpoMocoMe 22 UMEETCs JIMIIB 2 TaKUX CIIydas.

Yarie Bcero 0e0K-KOIMPYIOIIUI ['eH pacroiaraeTcsi B MHTPOHE ApYyroro 6enok-koaupyromero resa. Ho
BCTPEUaIOTCs U Ipyrue BapuaHThl. B kauecTBe nmpruMepa MOXKHO MPUBECTU CUTYAIMIO, UMEIOIIYI0 MECTO
JUISE MUTOXOHpUaIbHOTO reHa ofgHoi u3 pudocomusix PHK. I'en, kogupyromuii sty pPHK, obecneunsa-
€T €10 puOOCOMBI MUTOXOHJIPUI B KaueCTBE CTPYKTYPHOTO KOMITIOHEHTa (T. €. He KoaupyeT Oenok). Ox-
HAKO BMECTE C TeM HeOOJIbIION Y4acTOK, PACHOJIOKEHHbIM BHYTPH 3TOrO T'€Ha, KOJUPYET KOPOTKUH Oe-
70K (TMOJIUMENTH]), MOJTYYUBIINN Ha3BaHUE T'YMaHUH (OT aHI1. human — 4enoBeK), KOTOPbIM MpUHUMAET
y4yacTue B Ipoliecce MporpaMMHpOBaHHOM kieTouHoi rudenu. To ects B PHK-koaupyromem reue MoxxeT
coziepkaTcsi 0EI0K-KOAUPYIOIIUH TEH.

Jlpyroii BapuaHT — yke ynoMmuHaBiuiics Beimie reH H19. 3aech, Ha060poT, reH, Koaupyrowmuil 0e1okK,
COJICPKUT BHYTPU CBOEH KOAMPYIOIIEH YacTH Apyroi 6ojiee KOPOTKUM TeH, Koaupyromuii Toinpko PHK,
KOTOpas IPUHUMAET y4yacTHE B PEryJIsALuu paboThl 3TOTO I'eHa.

I'ennuvie cemeiicmea

Kak y mtoneit umerorcss ceMbU, Tak U 'y T€HOB HEPEJIKO CYIIECTBYIOT ceMeiicTBa. CemeiicTBOM re-
HOB Ha3bIBAIOT HA0Op W3 JBYX MM 0ojiee F€HOB, YbM 3K30HBI POJCTBEHHBI MEXIY COOOH, T. €. MOXOXKHU
(XOTS M HE WMJCHTHYHBI) M0 HYKJICOTHAHON MOCIEOBaTEIbHOCTU. B reHome denmoBeka MPUCYTCTBYET
OKOJIO MOJIYTOpPa THICSY TaKMX CEMEHCTB reHoB. IIpuyeM TOJIbKO OKOJIO COTHH M3 HHUX CIELU(pHYHBI IS
YeJl0oBeKa U JIPYrMX IMO3BOHOUYHBIX KUBOTHBIX, TOTJ]a KAK OCHOBHAsl Macca I'€HHbIX CEMENUCTB UMEETCS U Y
4eJI0BEKA, U Y YEPBS.

Pa3Hble wieHbl OJHOrO ceMelcTBa TI'E€HOB BO3HUKAIM B SBOJIOIMM M3 OJHOTO TI€Ha-
IPE/IIECTBeHHUKA (YCIOBHO — OT OJHOTO Iparparnpajesna, Kak U B yelloBeueckol momynauuu). IIpo-
1LIeCC, B pE3yJIbTaTe KOTOPOro MOSIBIISIINCH «KOIMUY, NOJIyYWl Ha3BaHUEAYIUIMKALUY, T. €. yaBoeHus. Ta-
KM€ AYIUIMKAlMU B HEKOTOPBIX CIy4asX IPOUCXOAAT HE OJHOPa30BO, a MHOrokpaTHo. Ceifuac crajo sc-
HO, YTO TYIJIMKALWU UTPAlOT OY€Hb BAXXHYIO poJib B 3BotonuU. [logcunTano, yTo B reHOME 4eoBeKa B
CyMMe AYIUIMIUPOBAHO OKOJIO 3,6% HYKJIEOTHIHBIX HocienoBarenbpHocTelt pasmepom B 1000 u Gonee 1.
H.

Pa3nble koM 0JHOrO ceMelcTBa TEHOB MOT'YT PacIolararbcs B FEHOME PSAZOM U CIIEI0BaTh APYyT
3a Apyrom (3TO Ha3bIBAIOT TAHJEMHOM Ayruiukanuei). PaccMOTpuM HECKOJIbKO MpUMEpPOB. Tak, T'e€HBbI,
koaupytouue pudocomuyto PHK (pPHK) u 6enku rucToHsl, pacnosiokeHbl B TEHOME YEJIOBEKA B BHJIE
KJIaCTE€POB, MOCTPOEHHBIX U3 OJAHUX U TEX )K€ IOCIEN0BATEIbHOCTEN, CIEAYIOIUX APYT 3a APYroM (pHuc.

19).
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Puc. 19. Ctpoenune ydyacTka TeHOMa YE€JIOBEKa, COCTOSIIETO U3 MHOXKECTBA T€HOB, KOJUPYIOIIHNX PHOO-
comubie PHK. YTommmenHbie THHUN — TPaHCKPUOUPYEMBIE YIaCTKH

Takue «rpo3/ibsi» OAMHAKOBBIX T€HOB OOBIYHO TPEOYIOTCS OPraHU3My Ui TOro, YTOObI HapaOaThI-
BaTh OOJIbIINME KOJIUYECTBA ONpeeneHHoro npoaykra. Jeicrteurensno, pPHK cocrasnser nmo macce oc-
HOBHYIO 4yacTb Bced kinerouHoil PHK, BX0/s1 B COCTaB TaKMX Ba)KHBIX «MAaIIMH» KJIETKH, KaK pUOOCOMBI.
OrpomHasi Macca TUCTOHOB HY’KHA KJIeTKe JUlsl ynakoBKH rurantckux mosekyn JHK u miotHol yxnanku
UX B XpOMOCOMBI. Bo Bcex Takux ciydasx roBOpsAT O OOJIBIION «103€» T'eéHa B FTeHOME, KOTOpasi B KOHEeU-
HOM UTOT€ U 00ECIIeUHBAET KIETKY OOJBIINM KOJUYECTBOM IPOAYKTA.

OpnHako B OOJBIIMHCTBE APYIHX CIy4aeB BO3HUKAIOIINME B pe3yJbTaTe NYIUIMKALUM «KOIUU Ie-
HOB TIOCTENIEHHO MPETEPIEBAIOT U3MEHEHU (MYyTalliu), YTO MPUBOJIUT K BOSHUKHOBEHHUIO OIPEIEICHHbIX
pasnuuMii MEXIy HUMH, XOTS (opManbHOE POACTBO MpPHU 3TOM coxpaHseTcs. Takoil mpouecc Obul Ha-
3BaH JIMBEPIreHLUEH, T. €. pacXokJIeHueM. JIuBepreHIuo 00bIYHO BRIPAXKAET B MIPOLIEHTAX Pa3Inyuil Me-
XKy IBYMsI POACTBEHHBIMH I10OCIIEOBATENbHOCTAMU HyKiIeoTna0B B JIHK wim nocnenoBarenpHOCTIMU
aMUHOKHCIIOT B OeJKax.

Opnako aaxke 1ocie Toro, Kak pasHble «KOIHMW» F€HOB OJTHOTO CEMEICTBA CTAHOBSTCS HE COBCEM
MOXO0KUMH JIpYr Ha Jpyra, OHU Yallle BCEro BBIMOJHAIOT CXOAHYI (pyHKuMio. OHM OCTalTCid OYEHb
apyxHoi cemeiikoii! IloHATHe «cxoxecTu» (GOPMYIHUPYIOT OMOJNOTH, @ C TOYKHU 3PEHHUS MATEeMaTHKU
3/1eCh €CTh O YeM IoJlymarhb !

Ho skcnpeccupyroTcst pa3Hble WIEHBI OJHOTO TaKOTO CeMEICTBA OOBIYHO B pa3HOE BpeMs WM B Pa3HbIX
TUnax kietok. Tak, B TeHOMe yesloBeKa 0OHapyKEHO TPUALIATh F'€HOB, KOJUPYIOIINUX POACTBEHHbIE (hak-
TOPBI pOCTa KJIETOK KOXH (PpuOpoOracToB). A BOT y HU3UIMX OPraHM3MOB YHCJIO TaKMX I'€HOB CYILECT-
BEHHO MeHbIIE (Y Jp030(HIIBI U YEPBS UX BCErO 2).

Jpyroil npumep — reHbl, KOAUPYIOLIUE KEPaTUHBI — OEJIKU HAPY>KHOTO CJI0s KOXKU U €€ MPOU3BOAHBIX
(Bomocsl, HortH). Mx y uenoseka 111 mryk! Ho u aT0 He npenen. I'eHoM uennoBeka, Kak HU YAUBUTEIBHO,
umeeT okoi1o 1 000 konuii reHoB-perienTOPOB OOOHSHUS.

JIuBeprupoBaBIINE B XOJI€ SBOJIOLMHU YEIOBEKA IT'€Hbl CEMENCTBA MHOI/Ia OKAa3bIBAIOTCS pa30OpOCaHHBIMU
B pa3HBIX MECTaX Ha OJHOW WM Jaxe pa3HbIX XxpomMocomax. [Ipu 3TOM reH MokeT ObITh YIBOEH IIETH-
KOM, a MOKET IPOUCXOANUTDH yJIBOEHHE HEOOJIBUIOr0 HabOpa €ro 3K30HOB WJIM JIaXKe BCEro JIMIIb OJJHOTO
U3 €70 3K30HOB.

B cemeiicTBax T€HOB BCTPEUAIOTCS MHOTIA TaKHE YICHBI, KOTOPhIE HE YTPYKIAIOT ceOs HUKaKo pado-
Toil. Hapymienue ux cnocoOHOCTH (PYyHKIIMOHUPOBATH B KJIETKE OOBIYHO CBSI3aHO C HAKOILJICHUEM Oleva-
ToK B ux JIHKoBom Tekcte. Takue reHbl-TyHEesALbl MOJYYHIN Ha3BAaHHUE «IICEBIOTEHOBY.

[lepen nx Ha3BaHUEM CTaBAT rpedyeckyro OykBY ?. He coBcem sicHO, 3a4eM T'€HOMY HY>KHBI TaKU€ TEHBI,
[OoYeMY OH COXpaHMJI UX B 3BOJIIOLMH, He u30aBuics oT HUX. Ho dakrt octaercs dakrom. ITo nmerommm-
csl OLIEHKaM, B reHoMe 4esioBeka nmeetcst okosio 20000 Takux, moJ0OHBIX BEIMEPIIUM PEIUKTaM, [ICEBIO-
reHoB. B yacTHOCTH, B OTPOMHOM ceMeicTBE T'€HOB-pEeLeNTOPOB OOOHSHHUSA, COCTOSILEM M3 MPUMEPHO
1000 renoB, okoso 60% sBnsAOTCS nceproreHaMmu. CUUTAETCsl, YTO MACCUBHAS NMOTEPS PYHKIIMOHAIBHBIX
TeHOB IPOM301UIA 3a nociueanrue 10 MIH. JIeT, U CBSI3aHO 3TO CO CHHKEHHMEM POJIM OOOHSHUS y YeJIOBeKa
10 CPaBHEHHUIO C APYTUMU IMO3BOHOYHBIMH OpPraHU3MaMHU. 31€Ch, O-BUIUMOMY, AEUCTBYET IPUHIIUII OT-
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MHUpaHUs M3-3a HEYNoTpeOseHus. YCTaHOBJIEHO, YTO CYLIECTBYET, IO KpaiHel Mepe, JjBa MEXaHU3Ma,
MPUBOJIALINX K 00pa30BaHUIO [ICEBIOTEHOB.

OaMH U3 HUX 3aKJIIOYAETCS B YIBOCHHH XK€ CYIIECTBYIOIIETO I'eHa (IyIUIMKALKs), a MOTOM JIOTOJIHU-
TeJbHasl KOIMs HaKalJIMBaeT MyTalllu, KOTOpbIe MPENsATCTBYIOT ero padote. JIpyroil MexaHusMm cBsizaH ¢
MIPOLIECCOM CIUIalicuHra u oopatHoil Tpanckpunuuu. Ha cgopmuposasmeiics MPHK cunresupyercs ee
JHK-konus, koTopasi B JaJbHEHIIEM BCTpPAauBaeTCsd B T€HOM. Takue ICEBIOTeHbl HE CoJepXaT HU MH-
TPOHBI, HU MPOMOTOPHBIE ydyacTKu. KpoMme TOro, B HUIX CO BpEMEHEM HAKaIlJIMBalOTCd MHOTOYHCICHHbIE
MYTaI1H, HE 03BOJISIOLINE TUM I'eéHaM 00eclieunBaTh CHHTE3 HOPMAJIBLHOIO OeKa.

Bce BblleckazaHHOE MOKHO MPOUJUIIOCTPUPOBATH HA MPUMEPE CEMENCTBA F€HOB, KOJUPYIOIUX OENKU
KpoBH denoBeka (puc. 20). Y uenoBeka nMeeTcs JiBa CeMeCcTBa rII00MHOBBIX T'eHOB (aibda u 6eta). OTH
CEMEICTBA PaCIIOIO0KEHBI Ha Pa3HBIX XpoMocoMax. Kaxkioe ceMeicTBO COCTOUT M3 HECKOJIbKUX WJICHOB,
UMEIOTCS 3/1eCh U IceBJorenbl. HopmaabHble reHbl IIIOOMHOBBIX CEMENUCTB SKCIIPECCUPYIOTCS B KIETKAX
KPOBHU Ha Pa3HBIX CTAAMIX pa3BUTHUs yesnoBeka. Oxau y smOopuonos (?, ?), npyrue y mioga (G?, A?, 71), a
TpeTbu — Yy B3pocioro oprauusma (?2, ?, 7). 3Haku BOIIpoca BCTaBJICHBI C LIEJIbIO YKa3aTh Ha OTCYTCBUE
JIOCTaTOYHO YETKUX CBeAeHUU. VMeeTcs nuuib npuOIU3UTENbHOE NMPEACTaBIEHUE O POJIM 3TUX IICEBJIO-
T'EHOB.

@yHKIMS y BCeX TNTIOOMHOBBIX I€HOB OJIMHAKOBA — CHHTE3 INIOOMHOB, YYaCTBYIOUIUX B [IEPEHOCE
KHUCJIOPOAA KJIeTKaMH KpoBH. Ml MecTo ux paboThl OJJHO — KJIETKH KPOBH 3pUTPOLUTHI. OTINYAIOTCS OHU
JUIIb TEM, YTO BKJIIOYAIOTCS B Pa3HOE BpPEMsl, B Pe3Yy/IbTAaTe YErO BBHIIOJIHSAIOT OJIHY U Ty € POjb, HO Ha
Pa3HBIX CTAAUSAX Pa3BUTHsI OpraHU3Ma.

CTpoeHune KnacTepos rnobMHOBbLIX reHoB
YenoBeka
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Puc. 20. Ctpoenue 1ByX JOKYCOB Fr€HOMa, COCTOSIIINX U3 KIACTEPOB POACTBEHHBIX IIOOMHOBHIX T€HOB
YeJI0BEKa.
Dxenpeccupyowuecs 2emvl YKA3aHbl CMperKamu
(Hanpasnienue MpancKpunyuu), Moavawue eeHvl (Nceeio2envl) — K8aopamuKamu

Opranuzanys KJIacTepoB r’10OMHOBBIX T€HOB y YEJIOBEKA COBEPIIEHHO OJMHAKOBA C OpraHU3allueil 3THX
T€HOB Yy TOPUJUIBI U TIaBMaHA. DTO YKa3bIBaeT Ha TO, YTO TakKas OpraHU3aIusl MOJHOCTHIO ChOopMUpPOBa-
nack emte oT 20 1o 40 MuTH. JIET Ha3aa ¥ C TEX MOP HE M3MEHsSIach. AHAJIN3 MyTalluid B MEXTCHHBIX 00-
JACTSIX TO3BOJWI CAETaTh BBIBOJ OO HBOJIOIMU HE OTICIBHBIX T€HOB, COOpaHHBIX B TaKOW Kjactep, a
KJIacTepa Kak eIMHOTO IIeJI0TO CyNeprexHa.

HO-I/IHOMy BCAYT ce0sl MHOTOYHCIICHHBIE T'eHbI CEMeiCcTBa AKTUHOB, KOTOPBIC KOAUPYIOT COKPATUTCIbHBIC
OCJIKH KJIETKH. DTH T'€HBI OKCIPECCUPYIOTCA MMOYTHU BCC BPEMA, U UX SKCIIPECCUA NPOUCXOIUT KAK B MbI-
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IICYHBIX KJICTKAX, TAK U BO MHOT'UX APYI'UX HCMBIIIICYHBIX. HpI/I 9TOM (I)YHKI_[I/IH AKTHUHOB BC31€ OAWMHAKO-
Ba.

I'ennvie KOHCmMPpYKUuu - meéKcmaoeovleé KOHCmpyKuuu

OK30H-MHTPOHHAsI OpraHM3alus T'€HOB CHOCOOCTBYET ellle OJAHOMY MEXaHHU3My BO3HHUKHOBEHUS
HOBBIX T€HOB — co3aaHuio HOBbIX /IHKOBBIX TekcToB U3 (pparMeHTOB CTaphiX. ITO OCYLIECTBISIETCS B
pE3yJIbTaTe «TaCOBAHUA» YXKE MPEACYLIECTBYIOIUX IK30HOB, UYTO MOXKET IPUBOAUTH K MOSIBJICHUIO HOBO-
IO UX COYETaHUs U HOBBIX OEJKOB ¢ HOBBIMU (DyHKUIMAMHU. Harie Bcero 3To MpoUCXOoIuT 3a CUET Ipouecca
IIPUCOEANHEHNS HOBBIX 3K30HOB K CTapbIM. [IpuMepoM 3TOMy MOXKET CIly>KUTb Cily4ail, IpeACTaBICHHbIN
Ha puc. 21.

B nporecce 3Bomonuy U3 00Iero NpeecTBeHHUKA 00pa30BalIuCh T€HbI IPO30(HIIBI trX U T'€H YeloBe-
ka alr. ['en yenoBeka hrxBo3HUK B pe3ysbTaTe MPUCOECTUHEHUS K Te€HY trX YeThIpeX HOBBIX 3K30HOB. JTO
IPUBOAUT K IOSIBJICHUIO B O€JIKe, KOJUPYEMOM 3TUM T'€HOM, YEThIpEX HOBBIX (DYHKIIMOHAJIBHBIX JIOME-
HOB, YTO CYILIECTBEHHO MEHSET €ro CBOICTBA IO CPaBHEHHUIO C MPEIIIECTBEHHUKOM. Takasi CUTyalus BO-
00111e-TO XapaKTepHa Ul BCEX BBICIIMX OPraHM3MOB, HO y YeJIOBEKa OHa BCTpeuaeTcs B 2—5 pa3 yalle,
4yeM, HallpuMep, Y APO030(pUIIbI UIIN YEPBS.

[Tocne nmomydeHus: BceX 3TUX HOBBIX MHOTOUMCIIEHHBIX CBEIEHUI 00 0COOCHHOCTSAX OpraHU3allui U HBO-
JIIOLMY T€HOB Y YesloBeKa (CXOAHBIM 00pa3oM OOCTOUT J1€J10 U Yy APYTUX BBICIIUX OPTaHU3MOB) CTAJIO sic-
HO, YTO JaTh CTPOTO€ OIpe/esIeHHe TOT0, YTO e Takoe COOOH Mpe/ICTaBIseT TeH, J0BOJIbHO ci10xHO. Ho
Jla’ke eClIM Obl TaKOE OIPEJICJIEHUE CErO/IHsl UMEJIOCh, €r0, KaK U BCSKOE JIPYroe, He CIeJ0BaJIO0 Obl CUH-
TaTh He3blOseMbIM. He 3pst roBopun CrinHo3a: «Bcesikoe orpenenienue ectb orpanuyeHue». OHaKo B 11ie-
oM 6a30BO€ MPEACTABIEHUE O I'€HE OCTAIOCh B cuile. ['eH — 3To gu3nyeckas (onpeaesieHHbI y4acToK
JHK) u pynkuumonansHas (kogupyet 6enok nwin PHK) enununmna HacneacTBeHHOCTH.
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Puc. 21. Tlpumep popmupoBaHus HOBBIX F€HOB 3a CYET PA3IMYHOIO COYETAHUS YK€ UMEIOIUXCS 3K30-
HOB.

H300padsicenvl yemvipe pasHvix 6eaKa, COCMOAWUX U3 CXOOHBIX OJIOKOB-00MEHO8
(0003HaAUEHbL PAZHBIMU CUMBOLAMU), KOMOPbIE KOOUPYIOMCSL PAZHLIMU IK30HAMU

Konuuecmeo zenoe y uenoeeka

D10 Hauboliee MHTEPECHBIH BOMPOC, paJd KOTOPOTO COOCTBEHHO M 3aT€BAJIOCH MOJTHOE CEKBEHU-
poBaHMe reHoMa uenoBeka. [locne nmoiaydyeHus oCHOBHON MHGpOpPMAIUM O CTPYKTYpe F€HOMa YeJOBeKa B
MEPBYIO Ouepeib ObUIM MPOU3BEACHBI PAa3IMYHbIe aHAINU3BI IO TOUCKY T'€HOB U OMPEACIICHUIO UX YHCTIA.
Opnako 3aj1aya OKazajgach HE MPOCTOM. DTO MOXKET MOKAa3aThCs CTPAHHBIM JJIS UUTATENsl, HO OJHO3HAY-
HOT'O OTBETA Ha MOCTABJICHHBI BOIIPOC IO CUX MOP HET.
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Ckonpko xe Bcero reHos B JIHK uenoseka? Emnie HECKOIBKO JI€T Ha3aj MOJIarajid, YTO UX OKOJIO
100 ThIC., 3aTeM perm, uTo He 6osiee 80 Thic. B koH1te 1998 r. mpuim K BEIBOAY, YTO B TEHOME 4YeJIO-
Beka He 6osee 50—60 ThIC. TeHOB U HA UX JOJIO MPUXOAUTCS 0KoJ0 3% obueit jmuel JTHK.

[Tocneanue noacueTsl OOILEr0 YUC/ia FEHOB B TEHOME Y€JI0BEKa MPOBOIUIN HECKOJIBKO MEXAyHa-
POJHBIX KOMaH]l YYeHBIX. Yke yrnomuHaBmascs komnanus «Celera» nmpoBena coOCTBEHHBIE HCCIe10Ba-
HUS, pe3yJIbTaThl KOTOPOro U3JI0XKEHBI B xKypHaie «Science» B 2001 rony. Ilo ee ouenkam oOuiee yucio
I€HOB B T'€HOME 4eJIoBeKa cocTaBisieT oT 26383 no 39114. Cpennuil pa3Mep reHa OLEHUBAETCSI PaBHBIM
npuMepHo 3000 1. H. Eciin npuHATE, 4TO YMCIIO T€HOB y YesloBeKa nopsaka 30 TeICAY M Ha KaXIblli TeH
HNPUXOJUTCSA TPUMEPHO 3 THIC. II. H., TO HETPYAHO MOJCUYUTATh, YTO B KOJAUPOBAHUU OCJIIKOB MPUHUMAET
yuactue menee 1,5% xpomocomuoit JIHK. Takum oOpa3zom, reHeTuyecKue UHCTPYKIUH 110 (OPMHUPOBa-
HUIO YEJIOBEYECKON JIMYHOCTH 3aHMMAIOT MEHbLIE 3 CAaHTHUMETPOB Ha AByXMeTpoBoil monekyine JIHK.
VY AuBIISIET U Majloe KOJIMYECTBO I€HOB, HECYIIMX 3TU MHCTPYKLUHU, — HUX BCEro B MATh pa3 OOJbIIIE, YeM,
HamnpuMep, Y TAKOro Ha Halll B3IJISA]] COBEPIICHHO IPUMHUTHBHOIO OpraHnW3Ma, Kak Myxa Apo3odua.

Bropas komanpma wuccienosareneil u3 HanmoHaJIBHOrO MHCTUTYTa T€HOMHBIX MCCIECIOBAaHUMN
CIIA Bo rnase ¢ @pencucom KommmH30M, MOACYMTAB YHCIIO FE€HOB y YEJIOBEKa HE3aBUCUMBIM CIIOCOOOM
Y Ha OCHOBE CBOMX JIAHHBIX, MOJIy4nJIa CXOIHBIN pe3yabTaT — 0K0J0 32000 reHOB COAEPIKUTCS B TEHOME
Ka)KIOW KJIETKU Y€JIOBEKa.

Pa3Ho00ii B OKOHUATENbHBIE OLEHKHU IOKAa BHOCAT JBa JPYIMX KOJUIEKTMBA y4yeHbIX. J[oxTop
Bunbsam Xeszenraitn (pykoBoautens ¢pupMbl «XbtoM3H ['enom CalieHC») MpoAoIKaeT HacTauBaTh, YTO B
ux 0aHke colepKUTCs MpuBaTU3upoBaHHas nHpopManus Ha 120 Tbic. reHOB. DTON MHOpPMAIMENH OH He
cobupaercs MoKa JISNUTHCS ¢ MUPOBOI 0011eCTBEHHOCThIO. DHpMa BIOXKMIIA JCHBIH B MATEHTHI U COOU-
paetcst 3apaboTaTh Ha MOJy4YE€HHOM MH(OpMaLMU, MOCKOJIbKY OHAa OTHOCUTCSI K T€HaM LIMPOKO pacipo-
CTpaHEeHHBIX Ooje3Hel uenoBeka. Pupma «HcalT» coobimunaa 0 TOM, YTO UMEET B HACTOSAIIEE BpeMs
Kartajor, coctoamui u3 140 Teicsu MAEHTU(OUUUPOBAHHBIX €l TEHOB YEJIOBEKa, U TAaK)K€ HacTauBaeT Ha
3TOM KOJIMYECTBE OOLIETO YKCiia FeHOB y YeJIOBEKa.

OueBUIHO, YTO HACIEX MPUBATH3WPOBAHHAs reHEeTHYEeCKas MHpopMaIus OyAeT elie TIIAaTeIbHO
aHAJIM3UPOBATHCS U MPOBEPITHCS B OMMIKaMIINE rofibl, IOKAa TOYHOE YHCIIO TEHOB CTaHET OKOHYATEIbHO
«KaHOHU3HPOBaHOY». Jleo B TOM, YTO YCTPOICTBO '€HOB BEChbMa MHOI000pa3HO U 0 KOHIIA elle He Io-
HSATBI BCE BO3MOKHbIE BapUaHThl. BOT MBI pounTanu nociaenoBaTesbHOCTh HykieoTunoB JIHK. Onpene-
JIEHO, YTO OHa crocoOHa koaupoBaTh Oenok. Ho ogun nau? Beliie y)xe roBopuiaoch 0 TOM, Kak TpaHC-
Kpunuusa 1 nocinenyrouie moaudukarmu PHK, a 3atem Tpancnsanus u Moaudukanuy moaunenTuaos,
CIOCOOHBI 00ECIeUnTh OTPOMHOE MHOT000pasue 6enkoB, koaupyembix ogauM yuactkoM JIHK. U nousarte
3TO UCXOJ TOJIBKO U3 HYKJIEOTHAHOH nocienoBatenbHocTH JJHK ouens yacto npocto HeBo3MOXkHO. Tem
HE MEHee CTPYKTYypa T€HOMa Ipe/ICTaBIseT co00il eAMHCTBEHHYIO 0a3y JJIsl OCMBICICHUS JaHHBIX, MOy~
YaeMbIX TAKUMH HOBBIMU HAIPABJICHUSMH, POKICHHBIMA T€HOMUKON, KaK TPAaHCKPUITOMHKA (MCCIeayeT
coBokynHocTh PHK-TpanckpunToB opranusma), IpoTeoMuKa (HUCCIEIyeT COBOKYIHOCTh OEIKOB opra-
HU3Ma), MeTaboIoMUKa (MCCleayeT OOMEH BElIecTB — MeTaboJIu3M — B OpraHu3Me). ITH HalpaBJIeHUS
MIPU3BaHbl JIOMOJIHUTD JICKAIIUN B OCHOBE CTPYKTYPHOH I'€HOMHKH METOJ] T€HOMHOI'O0 CEKBEHHUPOBAHUS,
JaTh BO3MOXKHOCTb BBIUTH 32 IIPEJIEIIbl €ro pa3pelaroeii criocOOHOCTH.

Beimie yxxe Takyke roBopuiaoch 00 anbTepHaTUBHOM crutaiicunre. Ceilyac XOpOIIO U3BECTHO, YTO
3a CYeT 3TOro Mpolecca ¢ OJHUX M TeX K€ T'€HOB MOT'YT CUMTBHIBATHCS pa3Hble OCNKH, KOTOpBIE 3aTeM
B3alMOJICICTBYIOT APYT C IPYrom, 00pa3ys HEMOBTOPUMYIO CMECh, KaK U3 OCHOBHBIX I[BETOB B JKHBOIIU-
CH — JKE€JITOr0, KPAaCHOT'O U TOJIy00ro MOXKHO MOJYYUTh MUPHAJbl OTTEHKOB. Takoil criaiicHr Xxapakre-
pEH He MeHee 4eM Ui MOJIOBUHBI T€HOB ueoBeka. CUMTaeTcsl, 4YTo B CPEAHEM C OJHOIO T'€Ha YeJoBeKa
3a CYeT aJIbTepPHATHBHOI'O CIUIAHCHHIa MOXKET 00pa30BBIBATHCS TPU pa3HbIX nentuiaa. Ho HekoTopble re-
HbI UMeIOT 10 10 abTepHATUBHO CILIACUPYEMBIX SK30HOB, YTO MO3BOJISIET TEOPETUUYECKH I0JIydaTh 00-
nee 1000 pa3nuyHBIX BapHAHTOB OEJIKOB BCETO JIMIIbL HA OJTHOM IeHe. B peaqbHOCTH 4ncio pa3HbIX Oe-
KOB, KOJIUPYEMBIX OJHUM r'eHoM, nocturaet 10. Kpome Toro, cymecTByoT €lie U aabTepHAaTUBHBIE IIPO-
MOTODBI, AJIbTEPHATUBHBIE KOAOHBI MHULIMALUU TpaHcasauuu, peaaktupoanue PHK (nmpespamenue 11 B
VY unu A B anaznor I' — nHo3uH). Bee BbllieckazaHHOE MOKa e11e HEBO3MOYKHO YUYECTh IPU OLIEHKE 001ie-
IO YKCJIa TEHOB Y YEJIOBEKA.
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Ho u 310 He Bce. Kpome reHoB, KOAMPYIOMUX OSNKH, UMEIOTCS €Ille TeHbI, KOHEUHBIM MPOJTYKTOM
kotopsix sBisitoTcss PHK. BemomurM 00 yrmoMuHaBIIMXCS BBIIIE TEHAX-PHOOPETYISITOPAX — OHH HE KO-
TUPYIOT OENKHU, HO MPOoU3BOIAT QyHKuHoHUpYtouryto B kietkax PHK. Tak uto ckopee Bcero oxonHua-
TeJbHAas OLEHKA YKCIIa TEHOB Y YeJloBeKa OyAeT c/iesiaHa elle HeCKopo.

Ha cerogusimnuii 1eHb Y4€HBIM U3BECTHBI ()YHKIIUU BCETO JIUIIb OKOJIO BOCBMU-AECITH THICSY U3
HUX. A JIeTaJIbHbIE CBEIEHUS O MEXaHU3MaX UX peryssiuu euie 0ojiee CKyAHbl. TeM He MeHee, IpUBe-
JICHHBIE BbIIIIE€ JAHHBIE O CTPOECHUU U (PYHKIMOHUPOBAHUHU I'€HOB YEJIOBEKA CBUJIETENBCTBYIOT O TOM, UTO
y 4EJIOBEKA, APCTBYIOLIErO B IPUPOJIE, B OTIMYME OT JPYrHMX CYLIECTBYIOIMX HA HalIEH IUIaHETEe opra-
HU3MOB, OYE€Hb BBICOKA CJI0)KHOCTH IIPOTEOMa — IOJIHOTO Habopa (pyHKLIHMOHAIbHBIX OEJIKOB B KJIETKE,
KOTOpas o0ecrieyuBaeTcs He MPOCTO 3a CYET KPYHMHOIo pa3Mepa reHoMa Mid OOJBIIOrO YMCiia TeHOB, a
Osaroziaps BCEBO3MOKHBIM MHHOBAIIMSIM, CBSI3aHHBIM C (PYHKIITMOHUPOBAHUEM I'€HOB U (OPMUPOBAHUEM
OenkoB: OoJiblliee YHCIO TOMEHOB-MOJyJel, Oojiee BhICOKas KOMOMHATOpUKaA (MepeMElIMBaHUEe) ITUX
MojyJiel B 6enkax, akTUBHOE MCIOJIb30BaHUE aJIbTEPHATUBHOIO CIUIAMCHHIA U MHOTOE JIPYTo€, O YEM MBI
IIOTOBOPUM JAJIbLIE.

Hugpopmayuonnan oyenka duocunmesa

Tenepp crano Bo3MOXKHBIM oLleHUTh, uTo PHK cunTte3upyercs nmmp MakcumyM Ha 25-28% Hyk-
JICOTU/IHBIX [1OCJIE0BATEIbHOCTEN T€HOMA YeIOBEKa. A Ha KOJAUPOBAaHHE OEIKOB UCIOJIb3YETCsl BOOOIIE
BCEro Jiniib uyTh 6osee 1% renoma. OcranbHble TpaHcKkpuOupyemslie yuactku JIHK — 310 unTpOHBI Oe-
JOK-Koupyromux reHoB u reusl g PHK, He kogupyromux 6enku. Takum oOpa3om, Oosblias 4acTh re-
HoMma (cBbliie 70%) HE MMeeT, IO-BUAUMOMY, IIPSIMOIO OTHOILLIEHUS HU K KaKMM I'€HaM U MHEpPTHA B ILIa-
He TpaHcKpuniuu. Kak 370 HU cTpaHHO Ha MepBBIN B3I, HO (akT ocraercs ¢akroMm. bombiias yactb
reHOMa He KOAUpYeT HU Oenku, HU Kakyro-HuOynp PHK BooO1e, T. €. He OTHOCUTCS K TeHaM WM KaKHM-
TO ApyruM, (pyHKuHOHUpYOUMM Ha ypoBHe TpaHckpunuuu (PHK), HykieoTuIHBIM mocieaoBaTenbHO-
CTSIM.

B THK, na koropoii He obpa3yercs Hukakass PHK u koropas, Takum oOpa3om, J11si KOAUPOBAHUS
uH(OpMaILUU COBEPIIEHHO HEUTpaIbHa, 3alIUCAHbI AJITMHHbBIC TEKCThI, KOTOPBIE CETO/IHS MPEICTABIIAIOTCS
JUIS YYEHBIX TMOJHOW abpakagabpoil, CMBICI U MPOUCXOXKACHHE KOTOPOW COBEPIICHHO HE SICEH. 3aueM
HYKHBI KJIETKE 3TH «OeCCMBICIIEHHbIE» U HUKAK, Ha epBbIi B3Iy, He padortatonue yyactku JJHK, moka
HUKTO HE 3HAET, XOTs allpuopH SICHO, YTO HUYEro JIMIIHErO B MPUPOJIe HE JOJKHO ObITh. [Ipu momHoM
CEeKBEHHPOBAHNU I€HOMA YEJIOBEKa, ECTECTBEHHO, ObLIa OMpeeeHa MOCIeA0BaTeIbHOCTh HE TOJIBKO Te-
HOB, HO M 3THUX I[TOKa HUYEro He 0003HAYaIOIMIMX Ul YYEHBIX ydyacTKoB. Ho U3 uero-to oHu Bce-Taku co-
croaT. Korna npoBenu UX A€TaiabHBIA aHAINU3, TO BBIACHUIIOCH, YTO 3[€Ch IPUCYTCTBYET CKOINMILE BCEX
MBICIIUMBIX U HEMBICIMMBIX BapUaHTOB PACIIOJIOKEHUSI OyKB, OECCMBICIEHHBIX CJIOB U IMPEAJIOKEHUH,
Pa3IMYHbIX IOBTOPOB OJHOIO U TOTO € «TEKCTa», NAJIMHIPOMOB U TaK Jajiee U Tak aaiee. Paccmorpum
noApoOHee XOTsI ObI OCHOBHBIC U3 HUX.

/THKoegbtit mexcm uenogeka nepenHacvluyen noemopamu

Kak yxe 0bl10 mOKa3aHO B paHHUX dKCIIEpUMEHTaxX, onucaHHbIX Bbille, B JJHK gyenoseka conep-
’KaTCs MHOTOUMCIICHHBIE 3JIEMEHTBI, KOTOPbIE HE KOJUPYIOT HUKAKue OeNKH, HO MIPU 3TOM MHOTOKPAaTHO
BCTPEYAIOTCSA B JIHKoBOM Tekcre.

OCHOBHBLE kALAL '{.'||| HIChE] I]i"{.lll
B FTEHOME YEIORERA:

Aucneprposaitsie ROATOPSI
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Puc. 22. OcHOBHBIE BapHaHTHI PACIIOIOKEHUSI TIOBTOPSIOLIUXCS [1OCIIEI0BATEILHOCTEN B TEHOME UeJIOBE-
Ka. [IoBTOpBI 0603Hauenbl cmpenkamu, HenosmMopPAIOWUECcs YUACMKU — CEPLIMU TUHUAMU

Ha puc. 22 npuBeaeHbsl HEKOTOPBIE OCHOBHBIE BAPUAHTHI PACIIOIOKEHHS IOBTOPOB B TCHOME YEJIOBEKA, a
Janee Mbl oJIpoOHee OCTAaHOBUMCS Ha ONMCAaHUU OTAEIbHBIX U3 HUX.

B «1oreHoMHy10» 3py CUMTANIOCh, UYTO TaKHe IMOBTOPBI COCTABISAIOT 0KOJIO 25% reHoma yenoBeka. Cek-
BeHupoBanue JJHK mokazano, 4to ux cymiecTBeHHO OOJiblie: MOBTOPSIOIIMECS MOCIEI0BATEIbHOCTH B
cymme 3aHuMaroT okoso 50% JIHKoBoro tekcra. A oOree 4ruciio TaKUX MOBTOPOB B TEHOME YEIOBEKa
paBHO MPHUOIM3UTENBHO 5 MHJUTMOHAM. [l cpaBHEHUS: Y JpO30(HIIBI 10JIs1 TIOBTOPOB B TEHOME COCTaB-
nsier meHee 5%, y uepBi — 6—7%, a y Ipyrux MJIEKONUTAIOIIUX — YyTh MEHbIIIE, ueM y yesoBeka. [lo-
BTOpBI HAIIOMHHAIOT OE€CCMBICIIEHHBIE (Ppa3bl, KOTOPbIE C YIOPHBIM MTOCTOSIHCTBOM B Pa3HbIX BapHalMsIX
MOBTOPSIFOTCS B TEKCTE, HO OT ATOI'0 CMBICI B HUX BCE PaBHO HE BO3HUKAET.

Ilepesépmuiuiu (obpawiennvie noémopot)

B /IHKoBBIX TekcTax uenoBeka, kak, Biupodem, u B JIHK npyrux opranusmMoB, IpUCYTCTBYIOT yXkKe
YIOMUHABIIUECS  OOpallleHHble IOBTOPHI, IEPEBEPTHIIIM UM, KaK HUX €Hle 4YacTo Ha3bIBa-
10T, AJIMHAPOMBI. YK€ TOBOPUIIOCH O TOM, YTO IEPEBEPTHILIN-IIAIIMHIAPOMBI XOPOLLIO U3BECTHBI U3 JIUTE-
paTypbl — 3TO MPEAJIOKEHUS, KOTOPbIE YUNTAIOTCS OJIMHAKOBO CJIEBA HAIIPaBO U CIIpaBa HaJIeBO Oe3 yuera
3HAKOB INpENUHAHM U UHTEPBAJIOB MEXAY ciaoBaMH. CUMTAETCs, YTO NAJIMHIPOMBI U3BECTHBI €IIE CO
BpeMeH [lpeBHeil ['pennu, T. e. cBble nByX Thicsad JeT. Ha Pycu mammHIpoMsl KOTrza-To Ha3bIBAINACH
«paybUMHU CTUXaMU». B kauecTBe mpuMepa NPUBEAEM JIBE IE€PKABUHCKUE CTPOKHU:

S pazymy ymy 3aps, A uny ¢ meyem cyaus
Pucnunr craun cup

Ocoboe cBoiictBo Takux yyactkoB /JIHK 3akitouaercst B ToM, uTo mpu onpezaeneHHbIx coctosHusx JJHK
OHHU CHOCOOHBI 00pPa30BBIBATh CTPYKTYPHI, Ha3biBaeMble Kpectamu. Ha puc. 23 naH npumep oaHoro us
TAaKHNX BO3MOXXHBIX KPECTOB.
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Puc. 23. Kpecr, criocoOHbIi 00pa3oBbIBaThes nocienosarenbHoctsio JIHK,
cocTosiiel u3 00palleHHbIX TOBTOPOB

BaxxHo nmoHumarb, 4To Takue MPEICTABIECHUS O MPOCTPAHCTBEHHOW CTPYKYLPE BOZHUKAIOT MPHU
XOpOIlIeM 3HAaHUM IpeaMera. BeneHue B paccMOTpeHHE BU3YaJbHOIO 00pasza 3HAUUTENBHO ITOMOIaeT
«YCMOTPETH» HEKOTOPBIE CTEPEOTUIIBL. B peaibHOl cUTyally B KJIETKE TaKUe CTPYKTYPbl AEUCTBUTEIBHO
MoryT ¢opmupoBatbesa. Ho 3auem 310 HyxHO? OKOHYATEIBHOTO OTBETAa HA ATOT BoIpoc HeT. OaHO u3
MIPENIIOJIOKEHUN CBOAUTCSA K TOMY, UTO KPECThl MOT'YT ObITh MECTaMHU CBSI3bIBaHUSA C KAKUMU-TO CIIEIH-
¢uueckumu GenkaMu, 00ECIIEUMBAIOIIUME PETYIISIMIO WK MIPOLIECCOB TPAHCKPUIILIMU, UM PEIUIMKALUU
JHK. C npyroii ctopossl, npu TpaHcKpunuuu Takux cTpykryp B PHK nmomxubl dopmupoBatbes
«IMUIBKNY, a Takue cTpykTypsl B PHK wacto siBisttoTCSl 3HaUMMBIMU (TO €CTh BBIIOJHSIOT OINpeJeNeH-
Hble QYHKLIUN — WIH CHOCOOCTBYIOT TPAHCKPUIILIUH, WU, HA000POT, NPENATCTBYIOT €H).

IIpocmoie manoemnwvle noemoput (cameniumaot)

Kak u y 1pyrux opraHu3MoB, B TEHOME Y€JI0BEKA IPUCYTCTBYIOT KOPOTKHE MOBTOPSIIOIINECA HYKIEOTU -
HbI€ MOCJIE0BATEIbHOCTH, KOTOPHIE PACIOIOXKEHbl BIUIOTHYIO JIPYr 3a JIpyroM (TanaemHo). Mx dacro
HazbiBaroT catesMTHBIMU JIHK. MBI yxe rosopunu o careuntHbeix JJHK panee. Oto te yuactku JIHK,
KOTOpbIE€ MpU LEHTPU(PYTUPOBAHUU B TPAJAUEHTE COJIEH LI€3USI OCAXKIAIOTCS OTNEIbHO BHE 00JacTu Oc-
HoBHOM Maccel JIHK. B pasubix tunax careumntHon JJHK pasnuynble konuu npeacTaBieHbl HEOJMHAKO-
BO — UX YUCJICHHOCTb BapbUPYETCS OT COTEH 10 MHJUIMOHOB. EciM 3ammcarh UX CTPYKTypy TEKCTOM, TO
9TO BBIIVISAUT, KaK, HAIIPUMED, IPEII0KEHUE U3 OJHOTO M TOTrO KE CJIOBA: CTOJICTOJICTOJICTOJICTOJICTO-
CTOJICTOJICTON. SICHO, YTO Takue MPEeUIOKEHHUS HE MOTYT KOJHUPOBAaTh HUKAKYIO CEPbE3HYI0 MH(OpMa-
uuo. TeM He MeHee BBIACHWIIOCH, YTO C CATEJJIMTHBIMU HYKJIICOTUIHBIMU IOCIEIOBATEIBHOCTAMU B HE-
KOTOPBIX CIIy4asX MOTYT CHelM(pHUUECKH B3aUMOJIEHCTBOBATh OT/ENIbHbIE OEIKU. A 3TO YK€ HEKOTOpOe
JOBOJIBHO CEPBE3HOE YKA3aHUE HAa BO3MOXKHOE y4aCTUE TAKUX ITOBTOPOB B KAKMX-TO KJIETOYHBIX IIPOLIEC-
cax.

K Hacrosimiemy BpeMeHH B F€HOME 4eJI0BEKa OOHAPYKEHO IO KpaiHel Mepe IIeCTbh BUAO0B CATEIUIMTHBIX
MIOBTOPOB. JTO B MEPBYIO OYEPEb TPHU THUIMA TaK HA3bIBAEMBIX KJIaCCHYECKHX caremnToB. Caremnut 1
COCTOUT M3 AJIEMEHTAPHOI MOBTOPSIOIIEHCS TOCIE0BATEIbHOCTU HYKICOTHAOB AMUHOK 42 1. H. (pacmo-
JlaraeTcsl Ha CEeMU pa3HbIX XPOMOCOMAX); CATEUIUTHI 2 U 3 COCTOSIT U3 3JEMEHTAPHBIX MOBTOPSIOIINXCS
eMHUI] JUIMHOM 5 1. H. (MepBblii U3 HUX OOHApPYKEH Ha YeThIpeX, a BTOPOMl — Ha JBEHAALATH Pa3HBIX
XpomMocomax).

Kpome Toro, Bo Bcex XpoMocomMax ueloBeKa NMPUCYTCTBYIOT ajib(a-caTe/UINTHbIE MOBTOPHl. OHU HUMEIOT
AJIEMEHTAPHYIO TIOBTOPSIONIYIOCS HYKJICOTHAHYIO TOChenoBaTelbHOCTh aiuHoi 171 m. H. CymiecTByroT
erie 6era-caTeJIMTHBIE TOBTOPHI C 3JIEMEHTApHOU MOBTOPSIOLIECICS eqUHNLIEH ATHHOH 68 1. H., KOTOpbIe
BCTPEYAIOTCA JUIIb Ha JAEBATH XpoMocomax. Emie pexe mpencraBieHbl B F€HOME 4YeIOBEKA raMMa-
CaTEeJUIMTHBIE TIOBTOPHI, UMEIOIINE JIEMEHTAPHYIO MOBTOPSIONIYIOCA eauHuny JuinHon 220 n. H. Takue
MOBTOPBI MPUCYTCTBYIOT TOJIKO Ha JABYX XpOMOCOMax uyesoBeka (8 u X).

Pacnipenenenue Beex catemuTHbIX JJHK B1oias XxpoMocoM He BEITISAUT ciydailHbIM. Tak, HEKOTOpBIE U3
HUX «THE3JATCS» B pailoHax, MpUIIEkKAIIMX K KOHIIAM XpPOMOCOM, U B 00JacTU LIEHTPOMEPHI (TIepeTsHKKA
Ha XpOMOCOMax, KOTOpasi HE BCErJa pacIoJio’KeHa B CaMOM LIEHTpE, CM. puc. 7). B wactHOCTH, LIEHTpO-
Mepbl BCEX XPOMOCOM 4YelloBeKa, pa3Mep KOTophIx BapbupyeT oT 0,1 10 4 MIIH. 1.H., COCTOSIT peumyIie-
CTBEHHO U3 aibpa-careuntHbix JJHK.
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Hapsiny ¢ tunnuneiMu caresuintHeivu JIHK, B reHoMe denoBeka MMEIOTCS HYKIECOTHIIHBIE IOCIEN0BA-
TEJIbHOCTH, MOJIYYUBLINE Ha3BaHWE MUHU- U MUKPOCATENINTOB, KOTOPbIE pa30pocaHbl 10 OOJIbIIMHCTBY
YJacCTKOB BCEX XpPOMOCOM M B CyMME COCTaBIIAIOT 0K0JIO 3% reHoma yesloBeka. B cpegHem oauH u3 Ta-
KHMX CAaTEJUIMTOB COJEPKUTCS B KAXKABIX 2 ThIC. II. H. YEJIOBEYECKOr0 e HOMa. MHUHUCATEIUIUTHI IPEICTaB-
JSI0T cOO0M MOBTOPSIOIIMECS HYKICOTHAHBIE MOCIen0BaTeIbHOCTH pazmepoM oT 11 no 500 n. H. Kna-
CTepbl TaKUX MOBTOPOB 3aHUMarOT OT 0,1 10 20 THICSAY M. H. B UEJIOBEYECKOM I'€HOME, a 001ee Yucio Ta-
KMX PallOHOB BO BCEX XPOMOCOMAaXx 4Y€JI0BEKa COCTABJIAET HECKOJIBKO ThICAY. Ellle MeHbIIe 110 pazMepaM
MHKPOCATEJUINTHI. VX MOBTOPSAIOMIAsACS HYKICOTHIHAS MTOCIEN0BATEIBHOCTE COCTOUT U3 10 u MeHbIIe 1.
H. MuKpocaTeuIuThl 3aHUMAalOT B TeHOME 4elloBeka 00byHO HeOombiue ydyactku (qo 150 m. H.). Korna
K€ B TEKCTE MMOBTOPSETCS] BCEro OJIHA «OYKBa» M3 YEThIPEX, TAKUE CTPYKTYpPbI HAa3bIBAIOT TOMOIIOIMMEp-
HBIMU HYKJICOTUIHBIMU II0CIENOBATEIBHOCTAMU. [IprMeEpoM TOMOIOJIMMEPHON IOCIEL0BATEIbHOCTH
HYKJICOTHJIOB B TEHOME Y€JIOBEKA MOKET CIY’KUTh I1OCIEA0BATEIBHOCTD
AAAAAAAAAAAAAAAAAAAAAAA

Ha ogHOM HUTH U, COOTBETCTBEHHO, [ TTTTTTTTTTTTTTTTTTTTTT Ha npyroi.

MukpocareuInThl, COCTOSALIME U3 IBYX Iap HYKJIEOTUIOB (JUHYKJICOTHIHbIE IOBTOPHI), 3aHUMAIOT OKOJIO
0,5% renoma yenoBeka. Hanbonee gacteiMu qunykineoruaamu spisiotess ALl u AT (50 u 35% Beex au-
HYKJIEOTHIOB, COOTBETCTBEHHO). A BOT IWHYKJICOTHAHBIN MOBTOP, cocTosimuid u3 napsl '], B JIHKoBoM
TeKcTe 4enoBeka 3aHumMaeT Bcero smib 0,1%. Haubonee yacteie u3 60see «CI0KHBIX» MUKPOCATEIIU-
TOB (TPUHYKJIECOTHIHBIX MOBTOPOB) sBisAt0TCA AAT (33% 0T Bcex TPUHYKJIEOTHIHBIX TOBTOPOB) U AALL
(21%). Tpunnetr LI'T, koTopklil 10OBOJBHO peloK B reHoMe, pucyTrcTByer B rene FMR—1, onpenensito-
LIEM CUHIPOM JIOMKOCTH X-XpPOMOCOMBI.

VY HopmanbHbIX Jonel yucio konuid LII'T B rene Bappupyer ot 6 10 54. A BOT y OOJBHBIX UHIUBUIYY-
MOB TaKHM€ TPUILIETHI «PAa3MHOXKAIOTCA» U UX YUCIO B reHe MoxkeT pocturath 200—-1300 xonwmii. [Toapo6-
HEe O CBA3M MEX/Y CaTeJUIMTHBIMU MOBTOPAMU U PA3JIMYHBIMU 3a00JI€BaHUSIMH YEJIOBEKa MbI €IIe MOTo-
BopuM aainee. Ho octaercs 3arajikoil: 3a4eM Takue HYKJICOTUAHbIE OCIIEA0BATEIbHOCTH BOOOIE HYKHbI
TEHOMY.

Beliie mpuBeACHHBIN IPUMEP U MHOKECTBO JPYTUX CIy4acB yKa3bIBalOT Ha TO, UTO MUKPO- U MUHHUCA-
TEJUINTHl BECbMa U3MEHYMBBL, T. €., KAk FOBOPSAT, NoauMop¢Hel. VX pacnpeneneHue U 4UCIO B T€HOME
KaX/10T0 KOHKPETHOI'O YeJIOBeKa CTOJb CIEeUU(UYHO, YTO MOXKET HUCIOJIb30BAThCA B KAUeCTBE aHAJIOra
OTMeYaTKoB masbiieB. Kak TOJIBKO 3TO ObUIO OOHApYKEHO, STUM (HaKTOM Cpaszy BOCHOJIb30BAIHNCH. B Ha-
CTosiIIee BpeMs HeHY>KHasi Bpojie Obl (hpakiiys reHoMa 4eJIoBeKa (a Ha caMOM Jiejie BOSMOXKHO M HY>KHasl,
HO MBI IPOCTO O HEH MaJo YTO 3HAeM) cTaja BOCTpeOOBaHA YEIOBEKOM JJIsl CBOMX MPAKTUYECKUX LieJeH.
Ha ocnoBanuu BapuabenbHocTH carenuTHbX JJHK Obuta pazBuTa AMarHOCTHKa POACTBEHHBIX CBsI3EH
MEXy JIOJbMHU, CKIIOHHOCTH YEJIOBEKA K Pa3IMYHBIM 3a00JIeBaHUAM | 1p. (CM. 00 3TOM mojpoOHee aa-
Jiee B pa3iesie 0 FeHOMHON JAKTHIIOCKOIHH).

W, naxoner, eme oaun Buj catesuiutHol JJHK Ob11 0OHapykeH pu CEKBEHUPOBAHUHU T€HOMA YeJIOBEKa,
KOTOPBIN MOITY4YHJI HA3BaHWE MEracaTe/UINTOB. JDTU TaHAEMHBIE IIOBTOPHI UMEIOT pa3Mep OT 2,5 10 5 ThIC.
. H. ¥ oBTopsitoTcs oT 50 mo 400 pa3. MeracaremumuTsl MPUCYTCTBYIOT JIMIIIb B HEOOIBIIIOM YHCIIE XPO-
MocoM (B 4, 8, 19 u X).

Jucnepeuposannsvle nogmopul

B JIHKoBOM TekcTe reHOMa 4yelloBeKa COAEPKHUTCS MHOXKECTBO 00jiee JUTMHHBIX MOBTOPSIOLIUXCS
HYKJIEOTHIHBIX MOCJIEI0BATENbHOCTEH, KOTOPHIE B OTJIMYUE OT CATEJIMTHBIX MOBTOPOB paccesHbl (Juc-
IIEPTUPOBAHBI) 110 BCEMY I'€HOMY. JTH IIOBTOPBI HA3bIBAIOT BE3/IECYILIMMH, TaK KaK OHU NIPUCYTCTBYIOT BO
BCEX pailoHaX BCEX XPOMOCOM, a MHOI/Ia OOHAPYKUBAIOTCS AK€ U BHYTPU I'eHOB. B cymme 0koI10 moso-
BuHbI JJHKoBOrO TEKCTa reHOMa YennoBeka peICTaBIeHO TaAKUMHU TOBTOPaMH.

UccnenoBatenu pa3neisior 3TU pa30OpocaHHbIe IO TEHOMY (JIMCIIEPTUPOBAHHbIE) TIOBTOPHI HA Ye-
ThIpe OCHOBHBIX TuNa. Hambosee mpeacTaBieHHbBIMUA B TEHOME SIBISIOTCS AJIUHHBIE AUCIEPIHPOBAHHBIC
noBTopsl (cokpauienno JJII1). Ix nnuna nocturaer 6 ThIC. 1. H., @ TOBTOPSIIOTCS OHU B TE€HOME UeIOBEKa
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npumepHo 8,5x105 pa3 (B cymme JJIII cocraBisaror okono 21% renoma). Jlanee — 3TO KOPOTKHE uC-
neprupoBanHbie OBTOPHI (cokpameHHo KIT) mounoit 100400 n. . B IHK yenoBeka copepKuTCs
npumepHo 1,5x106 xonmit KIII (3To coctaBisier okono 13% renoma). MiMerorcs eme noBTOpSIFOLIMECS
AJIEMEHTBI, OKPY>KEHHBIE C IBYX CTOPOH JONOJHUTEIbHBIMU OBTOPaMH (TIOCJIETHUE HA3bIBAIOT JIMHHBI-
MU KOHLIEBBIMH ITOBTOpamu). X Ha3Banu perporpancno3oHaMu. (Kak nosBHIIOCH Takoe CI0XKHOE Ha3Ba-
Hue, OyZIeT SCHO U3 AalibHEHIIero u3noxenus). JimuHa 3Tux noBTopoB Bapeupyet ot 1,5 1o 11 Thic. 1. H,
a obmee uncio konui B JIHK yenoBeka cocrabisier okoino 4,5x105, (8% renoma). Hakonen, B TeHOME
YyeloBeKa MPHUCYTCTYIOT MOBTOpbI, Ha3BaHHble JIHK-tpancnozonamu. Jlnusasl  passsix  JIHK-
TPAHCIIO30HOB cyllecTBeHHO oTanyatoTcs (oT 80 1o 3000 m. H.). B reHoMe ux MeHbllle, 4eM JPYrux Io-
BTOpOB (Bcero 3%), a oburee uncio cocrapuseT 3x105.

Bonee noapoGHO 0 CTPYKTYpe M XapaKTEPHBIX OCOOCHHOCTSAX 3TUX THIIOB IOBTOPOB MBI IIOI'OBO-
PHUM J1ajiee B CBSI3U C OJIHOM Ype3BbIYaHO BaXKHOW HX 0COOEHHOCTHhIO — CIIOCOOHOCTBIO MEPEMEIAThCs B
reHOMeE. 3/1eCh K€ OTMETUM, YTO UMeeTCsl OOJIBIIOE PAa3InYMe B PACHPENCIIEHUN BCEX 3TUX JAUCHEPrHPO-
BAaHHBIX ITOBTOPOB BA0Jb MojeKyn JIHK. XoTsa noBTOpEl UMEIOTCS BO BCEX Y4aCTKaX XPOMOCOM, HEKOTO-
pble MecTa OYeMY-TO CHUJIBHO 3aceIeHbl UMH, a Ipyrue, Hao0OpoT, MPAKTHUYECKH UX He cojepxkar. Tak,
o0macTe pazMepoM 525 ThIC. I.H. B XpoMocome 11 Ha 89% cOCTOUT M3 TaKUX MOBTOPSIOIMIUXCS DJIEMEH-
TOB. A BOT B XxpoMocoMe 2 umeercsa ydactok JJHK pazmepom 100 Thic. I.H., B KOTOPOM PAaCIIOJIOKEHbI
KJIacTepbl reHOB Hekoro cemeiictBa HOX, 0TBETCTBEHHBIX 3a MPOLIECCHl Pa3BUTUS IIPU AIMOpUOreHes3e, U
KOTOPBIH COAEPKUT BCETO OKOJIO 2% pacCEesHHBIX IOBTOPOB.

OnHO3HAUHOTO OOBSICHEHHS 3TOMY HET, MOKHO CTPOMTH TOJIBKO pasHble mpenmnosioxenus. Ha-
npumep, B ciaydae ¢ 6okom reHoBHOX oTcyTcTBHE 3/1€Ch TOBTOPOB, BOBMOKHO, CBS3aHO C OYEHb CII0XK-
HOM KOOpJMHUPOBAHHOW perysiiuei B 3Toi o0nacTy, a HalM4yue Oecroe3HbIX MOBTOPOB MOTJIO OblI Ha-
PYLIUTH TAKYIO PETYISILMIO.

ﬂucnepzupoeauuble nROmMOpPbLL ymerom «nepemeniamspci))

B coorBercTBUM ¢ 3aKOHAaMU KJIACCUYECKOW TI€HETUKU OXKMIAIOCh, YTO B I'€HOME BCE JOJKHO
OBITh YETKO Pa3MEUEHO, BCE T€HBI-NPEIOKEHNS JOJLKHBI PacoyiaraTbCsl B CTPOro OMPEENIEHHBIX Mec-
Tax TeKcTa. M1 GONBIIMHCTBO JIEMEHTOB T€HOMA JICHCTBUTENBHO MOAYMHSIETCS 3TOMY OOLIEeMY MpaBHITY.
Ho u3 oOmero npasuiia Bcerna ecth uckiatodeHus. Okazanock, 4to HekoTopble yuyactku JJHK moryt «ry-
TEIIECTBOBAThY», MEHsIsI CBOE MECTO, BBITECHsS Apyr Apyra. [logasinstomniee 60JbIIMHCTBO T€HOB HUKOT/IA
HE TIOKUIal0T POJHYI0 XpoMocoMy. Ho B oTinune oT HUX Onpe/ieieHHble criennpuyeckue HyKJIeOTHIHbIE
nocnenosarenbHocTy JJHK n3penka ¢ KopHEM BBIPBIBAIOTCS U3 T€HOMA, BBIIPBITMBAIOT U3 OJHOM XpOMO-
COMBI M IIPU3EMJIIIIOTCS B CIIy4alHOM MecCTe Ha Apyroi. [Ipu 3ToM OHM MOTYT BIIE€3Th B CEpEIMHY I'€HA,
BBI3bIBAs Xa0C, @ MOT'YT IPUMKHYTb C Kpasi, CJIerKa BUAOU3MEHSSI €r0 PETYIISALHUIO.

BrniepBbie nanHoe siBlieHHE OOHapyKuja y pacTeHHI amepuKaHcKas ucciefoBareinbHuiia bapdbapa Mak-
Knunrok eme B xoHue 30-x rogoB. Ho oueHb foiroe BpeMsi e HUKTO HE BEpHJI, UCXOJS U3 OOILEro
MPUHIIMIIA: «3TOTO HE MOXKET OBITh, TOCKOJIBKY HE MOXKET OBITH HUKOTIa.

I'enernkam TpyaHO ObLIO Aa)ke MPEACTaBUTh, YTOOBI I€HBI MPBITAIM C MECTa HA MECTO, «JIOMash»
HacJeACTBEHHYI0 MHpOpManuio. MacTuTeie y4eHble, eclu pedb 3axomamia o Mak-KimHTok, ¢ upoHuei
IIPUBOJIMIIM «IIPBITAIOIINAE TE€HBD», «CKAuyIlUe Me€HbD» KaK MpUMEp Hay4YHOW TOPOIUIMBOCTH, HEKPUTHYE-
CKOTO OTHOILIEHUSI K COOCTBEHHBIM pe3yJbTaTaM, CTpEeMJIEHHs MpociaBuThes. Ho mporwio Bpems u poc-
cuiickue yuensle (akagemuk I. I1. I'eoprueB u unen-koppecnonzieHT B. A. I'Bo3aeB) oOHapy Ui nepe-
MelIeHHsI HeKOoTopbIX ydacTkoB U B JIHK xuBoTHOrO opranusma (aposoduisl). B koHeuHoM utore Ha-
y4yHast 00IIeCTBEHHOCTh Bo3aana Mak-KnuHtok nomkHoe. OHa J0Xk/1anack CBOEro 3BE3/IHOTO yaca M IMo-
Jy4rsia 3a CBO€ OTKPBITHE MO KOHEI[ cBoel xu3Hu Hobenesckyro mpemuto (1983 r.).

TakuMm 06pa3om, ObUIO YCTaHOBJIEHO, YTO OTAEIbHBIE YYAaCTKU T'€HOMAa BBICIIMX OPTaHU3MOB, MO-
JIO0OHO HEKOTOPHIM MHAMBUYYMaM B HallleM OOIIECTBE, MOTYT HE XOTETh XKHUTb 110 O0IUM MpaBmwiiaM. Mx
MaJjio UHTEPECYET MOCTOSIHHAS MPOMKCKA, U MPH ONPEAEIEHHON CUTYallul OHU OepyT U MPOCTO «Iepees-
KaloT» B 000 3aMHTEPECOBABILIEE WX M0 KAKMM-TO MPUYMHAM MECTO WM, KaK TOBOPST, «IIE€PENPbITH-
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BAIOT» B MHbIE, BUTUMO, Oosiee ynoOHsle uid Hux paiionsl JJHK. [Ipyrumu cioBamu, crano sicHO, 4TO re-
HOM He TaK y’K M CTaOUJIeH, 3aKOHCEPBUPOBAH, KaK OH Ka3aJICsl MHOTUM HMCCIIE0BATENSAM A0 3TOTO.

VY yenoBeka BO3MOXXKHOCTb MEPECTPOEK B FEHOME BIIEPBbIE ObliIa MPOJEMOHCTPUPOBAHA MIPU U3Y-
YEeHUH T'€HOB MMMYHOTJIOOYJIMHOB, CBSI3aHHBIX HEMOCPEICTBEHHO C MMMYHHOM CHCTEMOM OpraHusma.
Oxa3zanoch, 4yTO B IPOLECCe MHAMBUIYATbHOTO pa3BUTUSA B JuMponuTax (Oenble KpOBSHbIC MIAPUKH)
IIPOMCXOUT NIEPETACOBKA OT/EIbHBIX YYACTKOB ITUX I'€HOB, B PE3yJbTaTe 4ero U (OPMHUPYIOTCS THICSUU
U J1a)K€ MIJIJIMOHBI HOBBIX BapUaHTOB MMMYHOIJIOOYJIMHOB-aHTHUTEN, YOMBAIOIIUX MHOTOYUCIICHHBIE Uy-
KEPOJHbIE BMEIIATENIbCTBA PA3JIMYHBIX KUBBIX areHTOB B UEJIOBEYECKUN OpPraHu3M. IJTO MO3BOJISET 3a
CUeT CPaBHMUTEIBHO HEOOJBIIOr0 HabOpa MCXOAHBIX T€HOB 0OecneunBaTh 00pa30BaHUE OTPOMHOIO pa3-
HOOOpa3usi BCECTOPOHHE HANPaBICHHBIX UMMYHOTJI00YIMHOB.

Jpyrue Xopouio U3BECTHBIE T€Hbl HUKOI/IA HE «IPbIratloT». Takas CUTyallus OKa3anach yHHUKallb-
HOM UMEHHO U1l HUMMYHOTJI00YJIMHOBBIX T€HOB. OCHOBHOE IEpPEMEIIEHIE B FTEHOME YEJIOBEKA OCYIECTB-
JISAIOT HE T'€HBI, @ AIEMEHTHI COBEPLICHHO APYIrOoro THIIA, IOJyYMBIIME Ha3BaHHUE TPAHCIO30HOB. K HuM
OTHOCSIT Pa3JINYHbIE AJIEMEHTHI, BXOJSAIIUE BO BCE YETHIPE BBILIE NEPEUUCICHHBIX OCHOBHBIX THIIA JHC-
IIEPrUPOBAHHBIX [TIOBTOPOB F€HOMA.

TpaHco30HBI CIOCOOHBI K pa3HbIM MHHOBALUSAM B reHome. llepemeniasich, OHU MOTYT U3MEHSTh
PETYJIALMIO APYTUX T'€HOB U AaK€ NPUHHMMATh Y4acTUE B CO3JaHMM HOBBIX IeHOB. Tak, 1ocie MOJIHOTO
CEeKBEHHPOBAHUSI T€HOMA YeJIOBEKa B HEM Y/aJOoCh OOHAPYKUTh OKOJIO MSTHUIECATH T'€HOB, MPOU3OLIE-
IIMX U3 TPaHCIO30HOB. HECKOJIIBKO COTEH I€HOB B T€HOME YEJIOBEKA MCIOJb3YIOT UIMHHBIE KOHLEBBIC
MTOBTOPBI TPAHCIIO30HOB B KAUECTBE TEPMUHATOPOB MPHU TPAHCKPUIILUH.

Tenepb paccMOTPUM MO OTJEIBHOCTU CTPYKTYpPHBbIE OCOOEHHOCTH Pa3HbIX CEMEUCTB 3TUX «IIPbI-
raroIIuX» BpeMsi OT BpEMEHH 3JIEMEHTOB I'€HOMA Y€JI0BEKa.

Cemeiicmeo noemopos no umenu LINE

Kak cpenu HaceneHust 3eMJIM UMEIOTCSI MHOTOUMCIIEHHBIE HAIIUM U MEHBIINHCTBA, TaK U B TEHOME
OJTHH TIOBTOPBI PEIKH, a JPYTHe MPEJCTaBICHBI OOJBIIMM YUCIOM Komuil. OCHOBHOH MpeaCcTaBUTEIh
JUIMHHBIX JUCHEPrHPOBAHHBIX MMOBTOPOB I€HOMA YEJIOBEKa — CEMEMCTBO MOBTOPOB, MOJIYUMBILIEE UMS
LINE (cokpamenno ot anri. long interspersed elements). OTinuntensHas 0COOEHHOCTh 3THUX MTOBTOPOB
3aKJII0YAeTCsl B TOM, YTO OHM CIIOCOOHBI KOAMPOBATH J1Ba Oelka-pepMeHTa, KOTOphle U IPUHUMAIOT y4a-
CTHE B MIEPEMEIICHUH X CaMHX, a 320[JHO OHU CIIOCOOHBI 00ECTICUNBATh «IIEPENPHITHBAaHNE» U KOPOTKHX
aucrieprupoBaHHbIX mosTopoB (K/IT).

OTO OCYIIECTBIAETCS IIaBHBIM 00pa3oM 3a CYET YK€ YHNOMHHAaBILErocs (epMEeHTa pPeBepTasbl.
PHK, oGpa3yrommuecs nocne tpanckpunuuu LINE-noBropos, npespamatorcst B JIHK-xonuu, kotopsie u
BCTpaMBalOTCs B HOBble MecTa reHoMa. B mpouecce cunteza JIHK-xonun na PHK nHorna mpoucxomut
MIPEXKIEBPEMEHHAsT OCTAHOBKA ATOrO IIPOIECCA, TIO3TOMY B T€HOME YEJIOBEKA HapsAy C «I10JHOpa3Mep-
HbeiMu»  JIJIII mpucyTCTBYIOT 31€MEHTBI YKOpO4YeHHOW JiuHbl. DepmeHThl, koaupyembie LINE-
ITOBTOPAMHM, YYACTBYIOT M B IPOLIECCE IMOSBICHUS B TEHOME HEKOTOPBIX ICEBIOTEHOB, T. €. T€HOB, KOTO-
pble BooOI11e He criocOOHBI PYHKIMOHNPOBaTh. Ho, Kak 0ka3anoch, HE TOJIBKO HX.

Celiyac y»e M3BECTHO C JECSITOK HOPMaJIbHO (PYHKIIMOHUPYIOLIUX T'€HOB, KOTOPbIE BOSHUKIM 32
cueT oOparHoii Tpanckpunimu MPHK. Takue reHbl, KOHEUHO ke, He CO/Iep>KaT UHTPOHOB (MX Ha3bIBAIOT
OE3UHTPOHHBIMU).

Hrak, B reHOME 4enoBeKa MCTOYHUKOM AKTUBHOM PEBEPTa3bl SBIAIOTCS, MO-BUAMMOMY, DET-
potpancno3onsl L1, gucno komuit kotopeix gocturaet 100 Teic. OHAKO peaqbHO YHUCIO aKTUBHBIX Tie-
pemernaromuxcst konui cocrasiseT Bcero 30—60 ThIC., TOr/a Kak OCTaJIbHBIE HACTOJIBKO MOBPEKICHBI,
YTO HE TPAHCKPUOUPYIOTCS U, CIIEJOBATEIBHO, YK€ HE MOT'YT IIepeMENIaThCsl.

Cemeiicmeo noemopoe no umenu Alu

OCHOBHYIO Maccy KOpOTKHX aucneprupoBaHHbix moBTOpoB (KII) cocTtaBnsroT Tak Ha3bIBaeMbIe
Alu-nioBTOpSI, KOTOpBIe 3aHUMaIOT B JIHKoBOM TekcTe reHoma denoBeka nmodtu B 10 pa3 Gombliie mecra,
4YeM BCe MOCJeI0BaTeIbHOCTH, Koaupytomue 6enku. CBoe Ha3BaHUE OHM MOJIYYUIIHM 110 UMEHU PECTPUK-
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Ta3bl, U1 KOTOPOH y HUX UMEETCsl ONpeCICHHbIN caliT. B cymMe B reHOMe HaCUUTBIBAIOT OKOJIO OJITHOTO
MuuinoHa Alu-noBropos. Takoe X OrpoMHOE KOJIMUYECTBO HE MOJAETCS HAllIEMy TOHUMAaHHUIO.

Jns yero oHu HykHbI? Beab 3TO OTHOCUTENBHO KOPOTKHE MOBTOPHI (0k0s10 300 1. H.), KOTOpBIE
HE CcIOoCOOHBI KOJIMPOBaTh HUKakue Oenku. bosee Toro, pa3Heie WwieHbl ceMeiicTBa Alu-moBTOPOB HE MOJ-
HOCTBIO MOXOXH JIPYT Ha JIpyra, XOTs POJCTBO MEXJY HUMH MPOCIEKHUBACTCS OJHO3HAYHO (B CpelHEM
MIOCJIEZI0BATEIBHOCTHU JIBYX JIIOOBIX Alu-moBTOpOB cX0aHBI Ha 85%). CunTaeTcs, 4YTo 3TOT BUJ [TOBTOPOB
MOSIBUJICS] B XO/I€ 9BOJIOLIMY Y IPUMATOB (M TOJIBKO y HUX) CBBIIIE 65 MJIH. JIET Ha3al.

[TonaB B reHom uenoBeka, Alu 4yZOBHUIHO PA3MHOXKHUIUCH U MPUIYIAJIUBO PACCEIHINCEH MO pa3-
HBIM XpPOMOCOMaM, TO CKAaIUIMBAsICh B HEKOTOPBIX MECTaxX, TO MEPEMEKAsCh C TCHAMH WJIU JIaXKe BIie3as B
HEKOTOphIe M3 HUX. B wacTHOCTH, Alu-OBTOPHI HEPEIKO MPUCYTCTBYIOT B TEX palioHaX T€HOB, KOTOPHIE
TpaHCKpuOupyroTcs npu oopazoBanun MPHK, HO He TpaHcnupyroTcs npu cuntese 6enka. [Ipu sTom, kak
YHCII0, TaK U PacoyiokeHne Alu-moBTOPOB B reHOME MOXKET 3aMETHO OTJIMYAThCS y PA3HBIX MHIUBUIYY-
MOB.

BonpmmHCTBO M3 AMCIIEprUPOBaHHBIX MOBTOpstomuxcs sneMeHToB JJHKoBoro tekcra obnagarot
CIIOCOOHOCTBIO K MEepeMeIIeHnI0 B reHoMe. CBUACTEIIBCTBA ATOMY «II€PEIPHITMBAHKIOY» OBLIN MOJYUYEHBI,
B YACTHOCTH, MIPU CPABHUTEIIbHBIX HCCIIEJOBAHUAX CTPYKTYPhI OTAEIbHBIX PAallOHOB Fr€HOMA y YEJIOBEKA U
Ipyrux OJU3KOPOACTBEHHBIX MPUMATOB. boiiee TOro, M ceiiuac mpoaomKaeTcst BpeMsi OT BpEMEHU PErH-
CTpalus MepeMeleHus] OTJENbHBIX MOBTOPOB. Tak, ycTaHOBIEHO, YTO Alu-mOBTOpPHI U3peIKa BCTPEUarOT-
Csl y HEKOTOPBIX JIFOACH B T€X MECTax T€HOMa, I7ie y OOJIBIIMHCTBA APYTHX uX HeT. OJIMH U3 TaKUX SIPKHUX
pUMepoB — OOHapykeHue BHenapeHus Alu-moBropa B reH ¢akropa cBepThiBaeMocTH kposu VIII mpu
TaKOW MaToJOTHH, Kak reModuus A.

Urak, renom — 310 He 3acteiBmias JIHK, a qunamuueckas cTpykTypa, 4eM-TO HallOMHHAIOLIAs
atoM. [locnennuii nMeeT He TOJIBKO CTAaOMIIBHOE SIIPO, HO U LENbIH poil mepeMeliarnuxcsi BOKpPYT €ro
3JIEMEHTOB (B YaCTHOCTH, 3JIEKTPOHOB).

Crout cpa3y OroBOpUTHCS, YTO NEPEMELIEHUE TPAHCIIO30HOB IIPOUCXOAUT KpaiiHe peako. Tem He
MEHEE €ro 3HaYMMOCTh JJI1 T€HOMa YeJIOBEKa BEChbMa BEJIMKA U ONPENEIAeTCs, NO-BUAUMOMY, TEM, YTO
3TOT HPOLIECC MPOAOIKAETCS OE30CTAHOBOYHO HA MPOTSHKEHUU MHOTHX ThICSUeneTuid. MOXHO aymartsb,
YTO B PE3yJbTaTe 3TOI0 MOJBUYKHBIE UM MOOMIIbHBIE 3JIEMEHTBI CLIOCOOHBI B XOJ€ 3BOJIOLUU 3aMETHO
«TacoOBaTh» TEKCT DHUMKIIONEANN YEJIOBEKA MOJOOHO TOMY, KaK UTPOKH TacCyIOT KOJIOLY KapT.

[lepedyeHb MOJBHKHBIX 3JIEMEHTOB F'€HOMA HE OrPaHUYMBACTCS PA3IMYHBIMUA OMMCAHHBIMH BBIILIE
JUCIIEPrUpOBaHHBIMU MOBTOpaMH. K TakoBBIM OTHOCATCS M HEKOTOPBIE DJIEMEHTHI, JOCTABIIMECS HAM B
XO0/JI€ 3BOJIOLUYU OT TaKUX MPOCTEUIINX OPraHU3MOB, KaK BUPYChI U OAKTEPHUU.

Bupycw — COCMAGHAA 4aCmbp 2eHOMA UueéloeeKka

Hespumas 60oppba Mex 1y 4eTOBEKOM U TAKUMH «BHYTPUKJIETOUHBIMH Mapa3uTaMu», Kak BUPYCHI,
IIPOMCXOJIMIIA HA TIPOTSHKEHUH ThicsdeneTuid. Tosbko mocne ooHapyxenus supycos [l. 1. IBanoBckum B
1892 roay 4emoBEYECTBO HAKOHEL-TO PACIIO3HAIIO CBOEr0 HEBUAMMOIO Bpara, KOTOPBIA, MPOHUKAs B
KJIETKY 4Y€JI0BEKa, UCIIOJIb3YET BCE €€ BO3MOKHOCTH B CBOMX KODPBICTHBIX LIEJISAX, TEM CaMbIM HapyllacT
HOPMAaNTbHBII METaO0II3M KICTKH ¥ BBI3BIBACT PA3IINIHBIC TSKEIBIC TATOTOTHH .

Psan BupycoB o0nagaeT criocoOHOCTBIO BHEAPATHCS B TEHOM YEJIOBEKA U MO CYTHU CTAaHOBUTHCS KaK
Obl ero coOCTBEHHBIMM IeHaMHu. B mepByro ouepep 3TO OTHOCUTCS K TaK HAa3bIBAEMbIM PETPOBHPYCAM.
Onu Tak OBLIM Ha3BaHBI 110 CBOEMY 00pa3y *KHM3HH. MICXOTHO T€HOM 3TUX BUPYCOB NpEACTaBIIeT coO0i
PHK. Ho, nonaB B kiietky, Bupyc Ha cBoeil PHK ¢ momomisio oOparnoit Tpanckpuntasel crpout JIHK-
KOIHIO (CM. OCHOBHYIO JIOT'MY MOJIEKYJISIpDHON OMOJIOTUN).

4 . -~ o o
Bupyc (y1at. virus — «si1») — HEKJIETOYHbIH HHQEKINOHHbII areHT, KOTOPbIH MOXKET BOCIIPOM3BOANUTHCS TOJIBKO BHYTPH
JKUBBIX KJIETOK.
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[Tocne storo IHK-komust BUpyca BCTpauBaeTcsl B TEHOM KJIETKH, YTO CIY)KUT 00s3aTeIbHBIM yC-
JIOBHEM JIJIS1 )KU3HEHHOT'O LIMKJIA peTpoBUpyca. BcTpanBaemas B reHoM kietok yenoseka JIHK-konus Bu-
pyca Obula Ha3BaHa MPOBUPYCOM. 3aTeM Ha MpoBUpyce cuHTe3upyrotcs BupycHble PHK, Ha 6aze xorto-
PBIX 00pa3yloTCs HOBbIE BUPYCHbBIE YACTHIIbl. TaKOB )KMU3HEHHBINA UK OOBIUHOTO peTpoBupyca. Tak Be-
net cebsl, HapuMep, XOPOLIO U3BECTHBIN PEeTPOBUPYC, MOITYUYHUBIINHI Ha3BaHUE BUPYyCa UMMYHOAEDUIINTA
yenoseka (BUY), korga oH MHQUIIMPYET KIETKU KPOBHU.

Kazanoce, uto Bce 310 ecTh nmpolieMa OTAeNbHbIX HHOUIMPOBAHHBIX KJIETOK. M 1elcTBUTENBHO,
BUPYChl HH(PULIUPYIOT B OCHOBHOM COMAaTHUYECKHUE KJIETKU. 3aTEM BUPYCHI U MIPOBUPYCHI MOrM0arT BMe-
CTE€ C TEMH KJIETKaMH, B KOTOPBIX OHM IOXO3sMHUYAIH. J[pyrumMu c10BaMH BUPYChl CAMH IOJATrOTaBIMBa-
I0T U CBOIO COOCTBEHHYIO cMepTh. OHAKO 3TO HE BCerja Tak MpoucxoauT. O4eHb peKO B IBOJIIOLHUU
YeJI0BEeKa MPOUCXOMIO0 HHPULIMPOBAHHE BUPYCAMHU KJIETOK 3apO/IBIILIEBOrO IMyTH, 00pa30BBIBAIHUCH IPO-
BHUPYChI, HO OPraHU3M BbIKMBAJ U BHEIPEHHBIN TPOBUPYC CTAHOBUIICS HACIIEyEMbIM JIEMEHTOM I'eéHOMa
YyeJoBeKa. Tak B KJIETKE MOSBISETCS «DKemporpamMMay (IPOBUPYC), KOTOpPasi U3MEHSET I'eHOM ropaszio
CHJIbHEE, YEM ATO BO3MOXKHO IPU «HOPMAJIbHOM» 3BOJIOLIMOHHONW N3MEHYUBOCTH.

Korna cexBeHupoBany reHOM 4eJI0BEKAa U MHOTHX JPYTUX MIIEKONMTAIOIIUX, OKA3aJI0Ch, YTO B UX
COCTaBE€ COAEPKUTCSI OUEHBb OOJIBIIOE YUCIIO MOBTOPSIOUINXCS 3JIEMEHTOB, HUMEIOIIUX CXOACTBO C UH(pEK-
LIMOHHBIMU BUpycamu. [ToBTopsronuecs 31eMeHThl, CIOCOOHBIE KOAUPOBATh 2—3 Oelika U OKPY>KEHHBIE C
JIByX CTOpPOH e€Illeé OJHUMU OCOOBIMH TOBTOPAMU — Ha3BaHHBIMM JUIMHHBIMH KOHIIEBBIMU IIOBTOpa-
mu (JKII), — OblIM OTHECEHBI K CEMENUCTBY, MOIYYUBLIEMY Ha3BaHUE PETPOTPAHCIIO30HOB.

VY denmoBeka OHU COCTABJISIIOT JOBOJBHO CYIIECTBEHHYIO YacTh — OKOJ0 8% renoma. Takue aie-
MEHTBI Ha3BalOT YacTO DHIAOT€HHBIMU PETPOBUPYCAMHU, B OTJINYUE OT TUIMYHBIX PETPOBUPYCOB, CYLLECT-
BYIOIIMX B MPUPOJIE BHE OPraHU3MOB (MX Ha3bIBAIOT SK30T€HHBIMU peTpoBUpycaMu). CTpyKTypa TUIIHY-
HOTO 3HJIOTEHHOT'0 peTpoBHpyca (MpoBUpyca) n3o0pakeHa Ha puc. 24 Ha LBeTHOW BKJeike. OHa Hamo-
MUHAET CTPYKTYPY OTIEJIbHBIX COBPEMEHHBIX 3K30T€HHBIX PETPOBUPYCOB (HAa PUCYHKE BBEPXY), XOTS
YacTO CYIIECTBEHHO OTJIMYAETCs OT HUX. Bce-Taku 3a MUJUIMOHBI JIET JPEBHUM MPOBUPYCAM TPYIHO ObI-
JIO OCTaThbCsl HEU3MEHHBIMU. boJiblIast 4acTh ATUX JIEMEHTOB IPEACTABISIET COO0M AePEKTHbIE BUPYCHBIE
MOCJIeIOBATEIbHOCTH MJIHM J1aXKe OT/ENbHbIE UX KOpOTKHE (pparmeHThl. [Iponcxoanso 3To riaBHeIM 00pa-
30M 3a CUET HAKOIUIEHUS TOYEUHBIX MYyTallMil M pa3jMuHbIX Aejenuil. B yacTHOCTH, y MHOTHX 3HJIOT€H-
HBIX PETPOBHUPYCOB OTCYTCTBYET IeH env. KOHIEBbIE y4yacTKH PETPOBHPYCOB, HA3BAHHBIE JJIMHHBIMU
koHUeBbIMH noBTOpamu (JIKII), Hepenko CyecTByIOT B FeHOME YeJOBeKa caMu Mo cebe, OTOPBaBIIKChH
OT CBOET0 3HJIOT€HHOTO PETPOBHUPYCA B X0JI€ 3BOJIIOLUU U COOCTBEHHOI'O MEPEMELICHNUS IO TEHOMY.

Huadexunonnsiil peTpoBupyc

b=

JKII
gag pol env

Eaunnanbiii KoHOesoi 3JeMenT peTposnpyca

JKII
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Puc. 24. Tunnynble CTPyKTYpbl HHPEKIIMOHHBIX U 3HJIOT€HHBIX PETPOBUPYCOB B TEHOME YEJIOBEKA.

JKIT — anuHHBINA KOHLEBOW NMOBTOP (0003HAYEH >KEITHIM LBETOM). THIHYHBIE T€Hbl PETPOBUPYCOB —
gag, pol, env. UepHble rOpU30HTANIbHBIE JIMHUNA — MOCIEA0BAaTEIbHOCTH FeHOMa yesoBeka. YepHsle 1o-
[IEpEYHbIE ITOJIOCHI B TEHAX — MYTalUU.

MyTanuu, HaKONUBIIMECS B XO/€ SBOJIIOLMH B YHIOT€HHBIX PETPOBUPYCaX, HE MO3BOJISIIOT UM 00pa30BbI-
BaTh HOBbIE MH(EKIIMOHHbIE BUPYCHBIE YACTHUIIBI, KAK 3TO MPOUCXOAUT OOBIUHO B CIyyae TUIHYHBIX JK-
30r€HHBIX BUPYCOB (HampuMmep, BUpyca UMMYHe(UILUTA Y€I0BEKa, BbI3bIBAIOIIET0 TaKOE CTpAIIHOE 3a-
6onesanue, kak CITN/I).

CornacHo IpOBEJEHHBIM OLIEHKaM, TaKH€ MPOBUPYCHI MOSBUIUCH B TeHOMe yesoBeka oT 10 o 50 muiH.
JIeT Ha3aJl B pe3yJbTare MHQUIUPOBAHMS 3apO/IbIIIEBBIX KJIETOK HAIIMX NPEAIIECTBEHHUKOB U C TEX MOp
MepelaloTCs M0 HACIEACTBY, KaKk U BCE IPYrHe COOCTBEHHbIE 3JIEMEHThI FeHOMA. Tak «4y>Kue» MOJIEKYJIb
JIHK cranu yacTelo Hamiero reHoma. B cymme MX HacUMTBIBAE€TCS HECKOJIBKO JECSATKOB THICAY, OHHU CO-
croaT u3 Oosiee 200 pa3nuyHBIX TPYyNN U NOArpynn. PerpoTpaHcno3oHbl reHOMa YelloBEeKa 4acTo pac-
CMaTPUBAIOT KaK «MCKOIIAEMbIE OCTAHKN» IPEBHUX PETPOBUPYCOB.

[losiBIeHHE MPOBHUPYCOB B T€HOME YEJIOBEKA CPOJHU IPOLECCY, KOTOPBIM B JINHTBUCTUKE HA3BIBAIOT JICK-
CUYECKUM 3aUMCTBOBaHUEM. BO BCAKOM SA3BIKE UMEIOTCA CIIOBA «CBOW» U «UYXKHUE» — T€, KOTOPbIE IPHU-
LIUIA U3 IPYTUX A3BIKOB. 3aMMCTBOBAHUE CJIOB CUUTAETCS] €CTECTBEHHBIM X0/10M COOBITH, HEOOXOIUMMBIM
JUISL I3BIKOBOT'O PAa3BUTHs. BO3MOXKHO, U MIOSBICHUE IIPOBUPYCOB MTOBIUAIO HA XOJ CTAHOBJICHUS YEJIOBE-
Ka kak Buaa. [lo xpaiiHell Mepe M3BECTHO, YTO YMCJIO MPOBUPYCOB B T€HOME YEJIOBEKA CYIIIECTBEHHO
0oJIblIIe, UeM B T€HOME 00€3bSH.

Wrak, sHIOTEHHBIE TPOBUPYCHI SBISIOTCS «ClIeaMU» OT BUPYCOB, KOTOpbIe MH(DHUIIMPOBAIIN Ha-
IMX MPEIKOB MIJUTHOHBI JIeT Ha3af. [locenuBimecss B TeHOME HAIIUX MPEAKOB, OHU CO BPEMEHEM IOTe-
psUIH CTIOCOOHOCTH 0OPa30BHIBaTh HOBBIE BUPYCHBIC YACTHUILIbI. BOJIBIIMHCTBO TAKUX «PETUKTOBBIX» PET-
POBUPYCOB «MOTYUTY (HEe PpyHKIIMOHUPYET). OHAKO Ceiiuac yKe yCTaHOBJICHO, UYTO MPHU OMPEIACICHHBIX
BO3/ICHCTBUSAX HA TEHOM OHU MOTYT «3arOBOPUTH» M 3TUM HapYIIUTh HOPMaJIbHbII METa00JIN3M B KJIETKE.
Taxum 00pa3om, TOTEHIMATBHO HEKOTOPHIE M3 HUX W 110 MPOIIECTBHH THICSUEICTHH MPOIOIDKAIOT TIPEJI-
CTaBJIATh MOTEHUUAIBHYIO OMACHOCTD JJIsl YeIOBEeKa.

BBISICHHIIOCH, YTO OTHENbHBIE YWICHBI CEMEHCTBA PETPOBUPYCOB COXPAHUIIM CIIOCOOHOCTH CHHTE-
supoBath PHK, a takke 00nagaroT CKIOHHOCTBIO K PeKOMOMHAIMAM M MEPEMELICHUI0 B TeHoMe. Tak,
aHaJN3 YH/IOTEHHBIX IIPOBHPYCOB T€HOMA YEIIOBEKA MO3BOJISET 3aKIFOUUTh, YTO OTACIbHBIC U3 HUX SIBIIS-
IOTCSl KOIUSIMH, MOSIBUBLIMMMUCS B pe3yjbTaTe TaK Ha3blBaeMOM perpono3unuu. Perpomos3unus — 370
MpoIIecC MOSIBIICHUS HOBBIX KOMHI B TEHOME HE 32 CYET HOBOTO MH(UITMPOBAHUS BUPYCOM, a B PE3yJIbTa-
T€ TPAHCKPUIIIMU YK€ HMEIOLIerocss B reHoMe nposupyca. CHauana obpasyercs BupycHas PHK-komus,
3aTeM Ha Hell ¢ momoulpio o0paTHON TpaHckpunuuu oopasyercs JAHK-xonus, u yxxe oHa BHeapsieTcs B
HOBOE MECTO B reHoMme. /[pyrue 3neMeHThl SHAOT€HHBIX MPOBUPYCOB, OOHAPYKMBAaeMble B T€HOMAax CO-
BPEMEHHBIX JIIO/ICH, BO3HUKIIA B PE3y/IbTaTe PEKOMOMHAIN, TaKUX, KaK, HAPAMEP, PEKOMOWHAIINHA Me-
K1y KOHLIaMH IIPOBUPYCOB, YTO MPUBEJIO K HCUE3HOBEHHIO BHYTPEHHUX y4acTKOB IIPOBUPYCOB U 00pa3o-
BaHUIO KOPOTKHX PETPOBUPYCIIOAOOHBIX IeMEHTOB. TakuM 00pa3om, MPOBUPYCHI YHIOTEHHBIX PETPOBH-
PYCOB — HE NMPOCTO OKAMEHENbIe OCTATKU MPOLUIBIX 3I0X, a 3J€MEHTHl FT€HOMa YelloBeKa, KOTOpPbIE OIl-
PEeACISIIOT MPUCYITYIO eMYy HECTaOMIBHOCTD (00 3TOM moipoOHEe MOrOBOPUM JAJIBIIIE).

B renome yenoBeka 3HAOI€HHBIE PETPOBUPYCHI BCTPEUAIOTCS BO MHOI'MX MECTaxX, HO UX paclpe-
JeTICHHE 10 XPOMOCOMaM HE COBCEM paBHOMepHoe. MIMeroTcs ydacTku, oOOoTameHHbIe HMH, U B TO K€
BpeMsl HEKOTOpbIE 00JIaCTH XPOMOCOM YeJIOBEKa He COJepKaT MOA00HbIe JIeMeHThl. MIHOrJa 0TMevaroT,
YTO MECTOHAXOX/ICHUE DHJOTCHHBIX PETPOBUPYCOB U WX NMPOU3BOAHBIX KOPPEIUPYET C pacrpeneieHue
IeHOB B reHoMe. YacTo OHM pacrnoiararoTcst B peryasSTOpPHBIX 00JacTsx reHoB. M B 3ToM ydeHble ycMmar-
PHUBAIOT OCOOBII CMBICI: PETYJSTOPHBIC JIEMEHTHI dHOTCHHBIX PETPOBHUPYCOB MOTYT BMEIIMBATHCS B
peryJsiuo paboTsl OOBIYHBIX T€HOB YEIIOBEKA.
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Axanemuk E. /1. CBepayioB cuuTaeTr, YT0 BUPYChl MOTJIM ChITPaTh PEIIAIONIYIO POJIb B «OUETOBEUMBAHUN
00e3bsiHbl. Bo3MOxkHO, uTO B mporiecce sBomroiud Mosiekynbl JJHK denoBeka BKIIFOUMIM B CBOM COCTaB
y>Ke TOTOBbIE (DparMeHTHl TEHETUYECKOTO MaTepHalia BUPYCOB C OJHOM JUIIb IENbI0 — OOJEeTYUTh KOH-
CTpYHMpOBaHUE COOCTBEHHBIX T€HOB JIJIi KOJWPOBAHHS HOBBIX MPU3HAKOB. BKiIIOueHHWE TeHETHYECKOTO
Marepuaia BUPYCOB B FT€HOM YEJIOBEKa CIIY>KUT €€ OJHUM MOATBEPKICHUEM YHUBEPCAIIBHOIO XapaKTe-
pa monekyn JIHK, nmerommxcs y BCeX JKMBBIX CYIIECTB — OT CaMbIX MPOCTEUIINX OPTaHU3MOB BILIOTh
JIO 4eIIOBEKa.

Eme onna rpynna croncopoB yenoBeueckoro renoma (JJHK-tpancnosonst). B pesynbrate cexse-
nupoBanusa JJHK yenoBeka ObuT packphIT €1ie OJuH cekpeT reHoMa. KpoMe BUPYyCOB, MPOHUKIIIKUX B HAII
T€HOM U3BHE U CO BPEMEHEM CUJIbHO Pa3MHOXXUBIIUXCS TaM, 3aMETHYIO 4acTb F€HOMA YEJIOBEKA COCTaB-
JISIOT U TEHBI, MPUILEANINe K HaM OT APYTUX HAIIUX MOCTOSHHBIX CUMOMOHTOB — OakTepuil. B reHome
4eJI0BEKa COACPKUTCSI MHOKeCcTBO Tak HasbiBaeMbIX JIHK-tpancmo3oHoB. OHM B CyMMe COCTaBIISIOT
okoJ10 3% reHoma 4enoBeka U npejacrasieHsl B HeM npuMepHo 300 000 xonusiMu, KOTOPBIE B CBOIO OYe-
penp MOAPa3ACIAIOTCA Ha 7 Pa3sHBIX KIaccoB. Bce OHM IO CBOEH CTPYKType OYEHb HAIIOMHUHAKOT paHee
oOHapyXEeHHbIE MEePEMEIIAIOLINECS JIEMEHThl Y OakTepuil — OaKTepualbHbIE TPaHCIO30HbI. CXOJACTBO
BbIpa)kaeTcsl B MepByto ouepensr TeM, uto JJHK-TpaHcno3oHsl yenoBeka, kak U OakTepHalbHbIe TPAHCIIO-
30HBI, CIIOCOOHBI KOAMPOBATh CHEIHANIbHBIN (PEPMEHT TpaHCII03a3y, KOTOPBIM M oOecreyrBaeT uX MoJ-
BUKHOCTBD.

Kpome GakTepuanbHbIX TPaHCIIO30HOB, B TEHOME UeJIOBeKa coAep uTcs cBbiiie 220 TeHoB, aoc-
TaBIIMXCSI HAM «B HACJIEACTBO» HEMOCPEJACTBEHHO OT OaKkTepuii, oOuTaromuX y Hac B KuieyHuke. [Tomo-
BHMHA U3 3TUX T'€HOB IIMPOKO PacCHpOCTpaHEHa B Pa3HbIX BUJaX OaKTEpHii, HO Cpea SYKapHOT BCTpeyaeT-
Csl TOJIBKO y TMO3BOHOYHBIX. Teneph cTajlo OKOHYATENIBHO SICHO, YTO OAKTEPHUH, TAKXKE KaK U BUPYCHI, BHE-
CIIi CBOM BKJIaJ B (hopMHpOBaHHE I'€HOMa COBPEMEHHOI'O uejoBeka. Bce 3To, mo-Buaumomy, ecTh pe-
3yJbTaT JJIMTENILHOTO COXKUTENbCTBA YeJIOBeKa ¢ OaKTEepUsMH, KOTIa IPU HEKOTOPBIX CIy4alHBIX COOBI-
TUSAX TeHbl OaKTepHil momaau B F€HOM YeJIOBEeKa M TaM 3aKpenuiuch. Mbl 1aBHO 3HAae€M, YTO B HalleM
KHIIEYHUKE KUBET MHOT'O Pa3HbIX BUJOB OAaKTEepUil, KOTOPbIE HE TOJBKO JJIsl HAC HE BPEAHbI, HO, HA000-
POT, TOJIE3HBI, TAK KaK OHU CIIY’KaT MOCTABILUKAMH psifa OMOJIOTMYECKH aKTUBHBIX MPOJYKTOB (B YacT-
HOCTH, HEKOTOPBIX BUTAMHHOB). [lepeHOC r€HOB «I10 FOPU30HTAIN», T. €. OT OAHOIO BHJA OpraHu3Ma B
Jpyroi, B IpuHLKIIEe ObUT U3BECTEH JaBHO. B 4aCTHOCTH, OH aKTUBHO pealM3yeTcsi MEXKIYy pa3HbIMU BU-
IamMu OaKTepHii.

Ho T0, 4TO 0OH cTONB MacITaOHO BBIPAXKEH U MEXKIY F€HOMaMHU TaKUX HBOJIIOLIMOHHO JAJIEKUX Op-
raHNW3MOB, KaK 4eJIOBEeK U OakTepuu, 0€3yCclIOBHO, CTAJIO I UCCIIeA0BaTeNeH MOTHOM HEOXKUJAHHOCTBIO.
WHTepecHo, UTO reHbl, JOCTABLINECS YETIOBEKY OT OaKTepUil, CoepKaT, Kak U MHOTHE Ipyrue, UHTPOHBI.
[Tocnennux Her y Oaktepuil. CienoBarenbHO, B IMPOLEcCe IBOJIOLUH TOCHIE MepeHoca OaKTepualbHbIX
I€HOB B F€HOM YEJIOBEKA MPOU30ILIO €IIe OJHO COOBITHE: B COCTAaB «OaKTEepHaIbHBIX» I'€HOB, CTABIIUX
IE€HaMU 4Y€JI0BEKA, BHEAPWIACH JOIOIHUTENIbHBIE HYKJICOTUIHBIE IIOCIEI0BATEIbHOCTH, KOTOPBIE TEIEPh
SBJISIFOTCS NHTPOHAMM.

I'enbl, nocraBiMecs yesloBeKy OT OakTepuil, HE CIy4allHO COXpAaHWJIUCh B reHoMe. MHorue u3
HUX UTPAIOT BAXXHYIO POJIh B META00IN3ME KCEHOOMOTHKOB (4y>KEPOIHBIX ISl Y€JIOBEYECKOTO OpraHu3Ma
BEIIECTB) U B OTBETE KJIETOK Ha cTpecc. MOXKHO OTMETUTh OJUH U3 TakuxX reHoB — red MAO, koau-
pyromuii 6e0K, Ha KOTOPBI HampaBleHO JEHCTBHE pa3HBIX MCUXOPU3MOIornyeckux jekapcrs. Cueno-
BaTeNIbHO, MPUOOPETEHNE IO KpalHell Mepe HEKOTOPBIX U3 OaKTepHalbHBIX I'€HOB JIAJI0 YEIIOBEKY OIpe-
JICJIICHHBIE CEJIEKTUBHBIE IPEUMYILIECTBA.

Ha sT0i1 mouBe cymecTByrOT pasHble crieKyasauuu. OnHa u3 Hux usnoxkeHa 3. CUTYMHBIM B CBOEH
kHure «l'eHe3uc nepecMOTpPEeHHbIM M KocMuYeckuil koa». CoriacHO €ro paccykKIeHUsIM, HEKHUe IMpH-
HIETIbIBI U3 KOCMOCA MO0 UMEHHM aHHYHAaKU NpuUObUIM Ha 3emutto npuOiau3utensHo 450 ThICSY JIEeT Haszajl.
OHH BbICAAUIUCH HAa 3eMJIIO B MTOMCKAX MOJE3HBIX UCKOMAEMBIX, U UM MOHa00unacy padboyas cuna. Pa-
00uMX pelwId He NPUBO3UTH H3JAlieKa, a CJEerka yCOBEpIICHCTBOBATH CYIECTBOBABIIETO TOTAA Ha
3emiie TOMUHOUIA, 100aBUB €My HEKOTOpbIe TeHbl 0oJiee «IPOABUHYTHIX» aHHYHaKoB. M1 xocmuueckue
TeHHBIE HHKEHEPHI BHECIU B TEHOM TOMHHOM/1Aa T€ T€HBI, KOTOPHIE MBI TENEeph Ha3bIBaeM OaKTepHabHBI-
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MH. A OakTepuu moToM npuodpenu ux ot Hac. CHopMynHpOBaHO, KOHEUHO, KPACUBO, OJJHAKO BEChbMa
HalOMHMHAET (PaHTACTUUECKUN POMaH.

B nro6om ciyyae, reHOM uesioBeKa MpeaCTaBIseT co0oi HeKoe coOpaHue reHOB, KOTOPbIe JOCTa-
JIMCh YEJIOBEKY OT UX IPEIKOB, U TEHOB, KOTOPBIE SIBHO BEAYT CBOE MPOUCXOKIECHUE OT HEPOJICTBEHHBIX
OpPraHu3MOB — BUPYCOB U OakTepuil. To ecTh MOXKHO CKa3aTb, YTO HAIll TEHOM — 3TO KHHUTa, B KOTOPOI
OTJIEJIbHBIE «IIPEUIOKEHUSD 3aNMCTBOBAHBI U3 IPYTUX HE3aBUCUMO HAIIMCAHHBIX HCTOYHUKOB.

Hykneomuonwie nocnedosamenvnocmu — «0Jau3Heubl»

B pesynbrare cekBeHHpOBaHMs T€HOMA YEJIOBEKA B HEM, Hapsy C TUIIMYHBIMU [TOBTOPSIOIIMMUCS
3JIEeMEHTaMH, ObUIM OOHAPY>KEHBI MPOTSHKEHHBIE HYKJICOTUIHBIE MOCIEA0BATEIbHOCTH, KOTOPbIE Ipe.-
CTaBJICHBI BCETO B JBYX-IISITHU KOMuUsAX. Yale Bcero 3T KOMUU OYEHb MOXOKHU JIPYT Ha Apyra, Kak Oyu3-
HelbI (CXOACTBO IO MOCJIEeN0BATEILHOCTH AocTUraeT 99%). Ob1iee KOJIMIeCcTBO TaKUX AJIEMEHTOB B Te-
HOME YeJIOBeKa COCTaBIIIET Mopsaaka 5%. ITo 3HaUUTENIbHO OOJIbLIE, YeM B JIPYTUX CEKBEHHUPOBAHHBIX K
HACTOAILLEMY BPEMEHU T'€HOMaX, TaKHUX, HalpuMmep, Kak 4epBb U Apo3odumia. [losBieHue B reHome
JIHKOBBIX TEKCTOB-OJIM3HELIOB CBS3bIBAIOT C MPOLIECCOM, HA3BAaHHBIM CETMEHTAIbHOM MYIIMKALMEH, TO
€CTb CIIy4allHbIM yJIBOCHHEM OTJEJIbHBIX CETMEHTOB reHoMa. Pa3mep Takux «OJIU3HSILIEK)» COCTaBIsET OT
1 1o 200 ThIc. 1. H. [TocnenoBaTenbHOCTU-OIU3HEIBI HHOT' /1A PACMIONATAIOTCS HA OJHOM U TOH XkKe XpOMOo-
COMe€, a MHOT1a IPUCYTCTBYIOT HAa COBEPLIEHHO Pa3HbIX XpoMocoMax. Harpumep, reHOMHBIN cerMeHT X-
XPOMOCMBI pa3MepoM 9,5 ThIC. 1. H., U3BECTHBIA KaK Y4aCTOK, OTBETCTBEHHBIN 3a pa3BUTHE aJpPEHOJIEH-
KOJIUCTPOPUH, MPUCYTCTBYET MPAKTUUECKA B HEM3MEHEHHOM BHE Ha Xxpomocomax 2, 10, 16 m 22. A B
xpomocome 17 umeercs mATh KOIUH OAHOro cermeHta pasmepom 200 TeIC. II. H., KOTOPbIE pa3eiICHBI
MeX1y coOOH TOBOJBHO UIMHHBIMH IOcCheAoBaTenbHOCTAMU. [Ipu aHanu3e pa3HbIX XPOMOCOM BBISIBH-
JI0Ch, YTO AYIUIMIIMPOBAaHHBIE NIOCIEA0BATENBHOCTH PACIPENEICHBI IO HUM HE paBHOMEpHO. bosbiie Bee-
ro uX uMeercs B Y-XpOMOCOME, a MEHEE BCEro B XxpomocoMe 7. HepaBHOMEPHO OHHM paclpezesieHbl U
BJI0JIb XPOMOCOM, KOHLIEHTPUPYSCh B pailoHax LieHTpoMep u Tenomep. [Ipennonaraercs, 4ro nosBiIcHUE
MOCJIEI0BATEIbHOCTEH-OM3HEIOB MOKET OBITh CBS3aHO C HBOJIOLHMOHHBIM MPOLIECCOM U NMPUBOAUT K
YBEIUUEHUIO pa3HO00pasus OEJIKOB 3a CUET «TACOBAHUS» YK€ CYIIECTBYIOIUX YK30HOB.

B tabnuue 4 nanbl cymMMapHble JaHHBIE O COZEpPaHUM Pa3HbIX BHUJIOB MOCJIEI0BATEIILHOCTEN B reéHOME
4eJI0BEKa.
Tabnuua 4. HykiieoTuiHbIe 110OCIIEI0BATEIbHOCTH, BXOSIINE B COCTaB FT€HOMA YeJI0OBEKa

THn mocie 10BATEIBHOCTH Conepsxanne, %
FKIOHLI TEHOR -1
HMuTpOHR TeHOB 25
TpancosoHs 45
Boasnme qyrisa ]
[MpocTeie HOBRTO oI { MHKPOCATELTHTHI) 3
Apyrie MexreHHEsIe NoCIeA0BaTEMEHOCTH ~20
«2oucmuunan» /[HK

Koraa mosiHOCThIO CEeKBEHUPOBAIM JOBOJIBHO KPYIHBIN reHOM Kpyrioro yepss C. elegans, To 00-
HapYXHIIU, 4TO B HEM 27% HYKICOTUIHBIX MOCIEI0BATEILHOCTEH KOAUPYIOT CTPYKTYpHbIE Oenku, 26%
MPUHUMAIOT YYacTHE TOJIbKO B HAaYAJIIbHOM CTaJUM KOAUPOBAHUS U B JajbHEHIEM OT CHHTE3a OenKa OT-
CTpaHs0TCA (MHTPOHBI), a ocTaBiuecs 47% MPUXOAATCS Ha TOBTOPHI U MEKTE€HHBIE YIaCTKH, KOTOPHIC B
KOOWUPOBAaHHUU 0O€eJIKOB HE YYaCTBYIOT U B HACTOAIICC BPEMA NPCACTABIIAIOTCA HaM <«JIMITHUM) MaTCpHa-
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aoM. IIpu cpaBHEHUM 3THX NaHHBIX C TEHOMAMM YKMBOTHBIX, CTOSIIIUX HA PA3JIMYHBIX CTYIEHSAX 3BOJIIO-
LIMOHHOM JIECTHULIbI, BBIICHUJIOCH, YTO YEM CJIO’KHEE YCTPOEH OpraHU3M, TEM MEHbIIIE B €r0 T€HOME JI0JIs
KOJAMPYIOUIMX YYaCTKOB M TeM OOJIble B HEM J10JIs1 HEMOHATHOU JuIst Hac uHpopmanuu. Y Gosbie Bcero
ee B TeHOMeE 4enoBeKa. Ha nepBelil B3I 3TO BBITIIAAEIO TapaJOKCAIbHO.

Tak B ueM xe aen0? ITOT BOIIPOC BO3HUK eule B KoHuE 70-X ronos npouuioro Beka. B 1980 rony
naypeatoM HoGeneBckoil mpemun k. YOTCOHOM M PSAOM JPYruX HccienoBaTeneil Obulo BIEpPBbIE
IPEUIOKEHO CUUTATh YYacTKH, HE CIIOCOOHbBIE KOAUPOBATH OCJIKM, U MPU STOM MOBTOPSIOIINECS B T€HO-
Me, HUKYeMHbIMU, JTUIIHUMH. [losiBuics naxe cneunanbHblii TepMuH «selfish DNAy, uro nepeBoautcs
kak «rouctuuHas JJHK». [lo muenuto Yotcona, srouctuuynas JIHK cymectByer cama no cebe u cama
st ce0si. Hakoruienne n30piTouHoi Hekoaupytomen 6enku JJHK — He uTo nHOe, KaK «3rOMCTHYECKOE)
CaMOYMHOJKEHHE CEeJIEKTUBHO HEUTPAJbHBIX MOJEKYJI. B mombITkax 0OBSCHUTH HAOIIOJaeMoOe SBICHUE
yU€Hble IPEHEOPEKUTEIBHO HA3BAIU WIMLIHIOW» «3rouctuuHyo» JIHK cTpoutenbHbIM «Mycopom», U3-
JEPKKOHN IBOJIIOLNHU, KOTOpasl CIY’KUT IIJIAaTOM 332 COBEPLUIEHCTBO OCTAJILHOM €€ YacTu. B onHOM u3 mo-
cneqnux u3nanuit Oxford English Dictionary npuBoautcs Takoe 3Hau€HHE CI0Ba3roucTUUHBIN: «[Ipu-
MEHHMTEIBHO K T'€HY WM TeHETHYEeCKOMY MaTepuay: oO0Jalaroluii TEeHIEHIMEeW K BOCIPOU3BEIECHHUIO
WM pacipOCTPaHEHUI0, HECMOTPS Ha OTCYTCTBUE (DEHOTUIUYECKOIO (T. €. MPOSBISAEMOro BHEIIHE) 3(-
bexTay.

[Tocne cekBeHMpOBaHMUs TeHOMA YeJIOBEKa, KOoraa OblI0 ycraHoBieHo, uto u B JIHK genoseka mo-
JaBIISIOIAs YACTh IOCIJIE0BATEIbHOCTEH MPECTABISIOT COOOM y4acTKH, He KOAUPYIOLe HUKaKue Oer-
ku unu ¢pyaknuonansHo 3HaunMbele PHK (pPHK, TPHK u np.), crano sicHo, 4To B OTiIMYME OT TPyIAr-
reHoB ocHoBHas Macca JIHK neiictButensHo He paboTaeT, T. €. HE BbIAAET HUKAKON MH(pOpMaLuu A
npou3BojacTBa 0enkoB unu PHK. U ato mpu mro6om pacuere 6omee 70% Bceit JJTHK! Yro-To cnmmkom
MHoro g srouctuyHoi JIHK unn «mycopa». Takoro konuyecTBa TeHOMHOTO «MyCOpa» HET HU y Oak-
TEpUH, HU y JPOKIKEHN, HU Y MYX.

Yro 310 3HauuT? MM Halll FeHOM B OTJIMYME OT T€HOMOB 00Jiee NMPUMHUTHUBHBIX OPraHU3MOB J€-
HUTCS BBITPEOATh HAKAIUIMBAIOIUNCS «MYyCOpP», WM 3TO COBCEM HE MYCOp, & HEKOE ILIEHHOE HBOJIIOLIMOH-
HOE€ NMPHOOpETeHHEe, KOTOPOE Jajlo KOTAA-TO YEJIOBEKY OIpeesIeHHbIC IPEUMYILECTBA, U MI03TOMY I€HOM
OT TAaKOT'0 «MyCcOpa» He CHEIINUT U30aBUThCS.

Ha ceronusimnuii 1eHb MBI €llle MHOTOro He 3HaeM 00 3TO OrpOMHON YacTH TeéHOMa 4YeloBeKa,
[IOKa YCJIOBHO Ha3bIBa€MOM «3roucTuyHON». OHAKO yXKe ceiyac SICHO, YTO ONPENEICHUE «3TOUCTUYHO-
CTH» WIH «OECCMBICICHHOCTH» Ul OOJIBIIMHCTBA YYaCTKOB I'€HOMa Ha CaMOM Jiejie Hellb3sl MPU3HATh
MIOJIHOCTBIO CIIpaBeAUuBbIM. Eciii Mbl cero/iHs He B COCTOSIHUM MOHSTb, JJISl YEro HYXHbI KaKhe-TO yya-
crku JJHK, 3T0 erie He 3HAUUT, YTO OHU MPEHEOPEKUTETHHO MOT'YT OBITh Ha3BaHbl MyCOpOM. Y GakTepuit
«OEeCCMBICTICHHBIX» YYacTKOB BoOOIIe HET. Y Apoxxkeil moutu HeT. Ho mo mepe noBbllieHus: ypoBHS Op-
raHM3aLUH )KUBOTO OpraHu3Ma HaKaIluIMBaeTCs Bce 0oJbIle U 00Jible Bpojie Obl HUYEro He KOJIUPYIOIei
JAHK. Tpyano cormacutbes ¢ IPEANOIOKEHUEM, YTO 3TO PE3yJbTaT HEKOM HEOCO3HAHHOM JEATEIIbHOCTH
9BOJIIOLIMU. MOKHO IPEIOI0KUTh, HAIIPUMED, YTO 3TU HYKJIEOTHHbIE nocienoBareasHocty JJHK sB-
JISTFOTCST PE€3€PBYapOM IBOJIOININHU, CKIAJAO0M «3amdacTeit». Eciu ¢ kakum-1n060 TeHOM YTO-TO HE B MOPSI-
Ke, KJIeTKa Hcroyb3yeT (parmentsl Hexonupyromed JHK nns «pemonta» moBpexaenHoro. CerogHs
yU€HbI€ BBIHYK/I€HbI OTKa3bIBaTbCsl OT MHOTUX CBOMX IE€PBOHAUYAIbHBIX, TOBOJbHO OTPAHUYEHHBIX IIPEI-
craBieHUN. Bpems uner, u ceifuac yxe 1mo kpaiiHeil Mepe y HEKOTOPBIX U3 3TUX y4acTKOB OOHAPYKEHbI
ornpezeneHHble cnenupuieckiue QyHKIUH.

U xakoBsl ke 3tu pynkuuu y JIHK, cuutaBmeiicss MHOTO JIeT «3roucTuyHoin»? JlaBHO yke u3-
BECTHO, YTO MOBTOPAMU B T'€HOME UE€JIOBEKa SBJISIFOTCS MPEACTABIEHHBIE COTHAMU KOMUN TMCTOHOBBIE
TeHbl, UIMEIOTCSl ThICAYM KONMM reHoB, konupyromux pubdocomusie PHK, tpancnoprasie PHK u np. B
JaJIbHENIIEM BBISICHUIIOCH, YTO CYILIECTBYIOT U MOBTOPBI, PACIOIOKEHHbIE B KOHIEBBIX HEKOIUPYIOIINX
6enku yyactkax MPHK, koTopble mpuHHMAIOT, 0-BUMMOMY, Y4acTHE B TAKOM Ba)KHOM Ipoliecce, Kak
TpaHCIALUs 3TUX MoJieKyJl. OLIEHEHO, YTO y YeJIOBEeKa TaKUe AJIEMEHThI BcTpevyatoTes B 12% HauaabHBIX
Hekoaupyromux yyactkoB MPHK u B 36% Hekoaupyrommx y4acTKoB, pacloJIOKEHHBIX B KOHLIE MOJIEKY-
JIBl, YTO CYLIECTBEHHO BBIILE, YEM y APYTUX opraHu3MoB. [I0BTOpHI, pacnoyioxkeHHbIE B y4acTKaX, KOJIU-
pytoumx MPHK, HecyT ompenenennyo (yHKIMOHAIBHYIO Harpy3ky. OHH HEpeIKO y4acTBYIOT B Ipa-
BUJILHOM U CBOEBPEMEHHOM CUMTHIBaHMM MH(popmauuu npu obOpasoBanuu Oenka Ha MPHK. Ongnako B
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CyMMe€ J0JIs TAKUX 3HAYUMBIX WJINA IOTEHIHUAIBHO 3HAYUMBIX ITOBTOPSAIOIIMXCS YYaCTKOB '€HOMA YEJIOBE-
Ka BECbMa HEBEJINKA.

Cpenu TpaHCIO30HOB, KOTOpPbIE TakXe ObLIM MpexJe oTHeceHbl K «arouctuuHoi» JIHK, mocre-
MIEHHO OOHAapYXUBAIOTCS Pa3IMYHbIE HEU3BECTHBIE PaHEE PETYJATOPHBIE MTOCIEA0BATEILHOCTH, KOTOPhIE
yIpaBislOT  paboTo  psga reHoB. HekoTopple M3  TPAaHCHO30HOB — BBICTYNAOT B poO-
JIM HXAHCEPOB (YCWIUTEIN TPaHCKPHUIILNH), cailiieHcepoB (ocaabuTeny TPaHCKPHUILMK), TEPMUHATOPOB
TPAHCKPHUIILMK U IPOYMX KPACHUBO 3BYUalllUX 3JIEMEHTOB reHOMa. boiiee TOro, BBISICHUIIOCH, YTO HE MEHEE
IIOJIyCOTHU T€HOB I'€HOMa 4YeJI0BEKa MMEIOT CBOE IIPOMCXOXKACHUE M3 TpaHCHO30HOB. Hakonen, cienqyer
OTMETHTb, UTO OIpeJieieHHble Hekoaupytoue oenku yyactku JIHK obecneunBatoT nporecc ee periu-
Kalluy, APYTHEe — YIAKOBKY B XPOMOCOMBI, TPETbH — IPUKPEIUIEHUE K OINPEICICHHBIM CTPYKTYpaM B
Anpe U T. 1.

MOo’KHO NPUBECTH psAJ KOHKPETHBIX puMepoB. Tak, Alu — MOBTOpPBI, 0 KOTOPHIX LIIa PEYb BBI-
11e, 0ObIYHO paccMaTpPUBAIU KaK TUIHMYHBIE MpeacTaBUTeNn «3rouctuunoit» JIHK, nockonbky oHM UMe-
10T BBICOKYIO IIOBTOPSIEMOCTh U IIPU 3TOM HUYETO HE KOAUPYIOT. TeM He MeHee U UM MOXET ObITh Haiijie-
HO MpHUMEHEHHE B T'€HOME, HalpuMep, B peryisiuuu paboTsl reHoB. Iloxoxe, B 3BOJIOIMM T'€HOMHOMN
JIHK neiictByeT Hekull «npuHUUI cloHeHka Kummunra». Xo00T y clloHEHKa BO3HHK H3-3a €ro JKeJTaHUs
y3HaTh, YTO €CT KpOKoJIwI Ha o0Oez. CIIOHEHOK BHAudale OrOpYMJICS CBOEMY HOCY, HO HE pacTepsuics U
HaIlleJl eMy pa3Hble MOJe3Hble MPUMEHEeHUs. Tak ¥ MOBTOPSAOIIMECS MOCIe10BaTeIbHOCTH reHoMa. OHU
BO3HHUKAIOT U MEHSIOTCS 110 CBOUM BHYTPEHHHUM MOJIEKYJISIPHO-T€HETUYECKUM 3aKOHAM, HO Ul UX Ba-
pHaIMil MOTOM MOXKET HaWTUCh mose3Has QyHkuusi B reHome. Ceiuac BBIICHUIOCH, YTO CHOCOOHOCTh
Alu-moBTOpOB K MEPEMEIIEHUI0 MOXKET UIpaTh CYIIECTBEHHYIO pOJib B 3BOJIOLMM reHoma. Hampumep,
OIMCAHBI CIIy4au, KOTAa, BHEAPAACh B SK30H WJIM UHTPOH KaKOro-HUOY/b T€Ha, TAaKO! MMOBTOP MEHSJ pe-
TYJIALUI0 ero sKcnpeccuu. Alu-moBTop crnocobeH Takke MonyaupoBaTh npoiece perunkanuu JHK, pe-
IyJUpOBaTh CIUIAMICUHI M HEKOTOpPbIE APYIHMe€ T€HETHYECKUE Mporecchl. VIMEIOTCSA JaHHBIE, 4TO 3T IO-
BTOPBI yYacTBYIOT B nojasiaeHuu TpaHcasauuu PHK npu kiaeTo4yHoOM OTBETE Ha CTPECCOBBIE BO3ACHCTBUS.
Pa3znuuHble onucaHHble B JaUTEpaType (YHKIMH, BbIIOJHSEMble Alu-moBTOpaMu, MOMOTAIOT MOHITH U
OOBSICHUTh IPUYMHY UX JUIUTENbHON «(puKcalun» B yenoBeueckoM reHome. Ckopee Bcero AeicTBUTENb-
HO MHorue u3 Alu cuasr 6e3 aena 10 Nopsl 40 BpEMEHH, HO OT/EIbHbIE IPEICTaBUTENHN HE IPOCTO KUBYT
Y Pa3MHO’KAIOTCs, @ M HHOT/Ia paboTaloT.

He naxonsarcs coBceM 0e3 fena v AIMHHBIE OBTOPSIOIIMECS MOCIeI0BaTeIbHOCTH. Tak, mokasa-
HO, YTO OHM MOTYT Y4acCTBOBATb B IPOLIECCE «TACOBAHUS HK30HOBY» (IIOJAPOOHO TACOBAHUIO KapT), T. €.
MepeMEeLIEeHHS SK30HOB U3 OJJHUX I'€HOB B Jpyrue U GOpMUPOBAHUS 3a CUET S3TOTO HOBBIX I'€HOB.

Haxkonen, «beccmbicnennbie» ydactku JJHK mHOrIa MoryT ocMbICiieHHO paboTaTh B XpOMOCOME,
HaIrpuMep, KOI/1a OHU 3allMIIA0T CBOM BUJ OT BTOpKeHus uyxepoanou JJHK. BeisicHunocs, 4ro mycTsie
KOHIIEBBIC YYaCTKH XPOMOCOM, KaK U 00J1acTh LIEHTpOMeEp (MIEpBUYHBIE MECTa CIIAPUBAHUS POAUTEIBCKUX
MapHBIX XPOMOCOM), BaXKHbI JJIi COXPAaHEHUS BUAA: OHU ONPEIENSIOT CTPOroe pacrno3HaBaHUE MaKpo-
penbeda XpOMOCOMBI Kak OpraHesulbl KIeTKU (a He Mukpopenbeda — kak Monekyisl JIHK) ognoro Buaa
[0 MPUHIIMITY «KJIH0Y-3aMOK». B pe3ynbraTe 3TOro cepMaro30uibl 00€3bsHbI HE OIUIOAOTBOPAIOT siiile-
KJIETKH 4€JIOBEKA, T. K. XPOMOCOMBI JBYX BUJOB HE PACIIO3HAIOT APYT Apyra.

Takum oOpa3oM, COTTIACHO COBPEMEHHBIM OLIEHKaM, B ydacTkax «3rouctudHoi» JJHK ckpsita orm-
pelnenenHas 3BOJIOLMOHHAs nHpopMarus. B pe3ynbraTe nepecTpoiiku HEKOAUPYIOUINX OENKU Y4acTKOB,
YTO BOOOILE-TO HE BIUSET HA CTPYKTYPY CaMHUX I'€HOB, MOXET NMPOUCXOJUTh U3MEHEHUE B Habope Qop-
MUpyIOIIUXcst B KOHKpeTHOW kierke MPHK 3a cuer u3meHeHus B MX mpolLecCHHIe (anbTepHATUBHBIN
CIUIaliCUHT), UCIIOJIb30BaHUE AJIbTEPHATUBHBIX IPOMOTOPOB UJIU J1aKe (POPMUPOBAHUE HOBBIX T€HOB.

W nocnexnuii npumep GpyHKIMOHANBHOM 3HaunMOCTH «drouctuunoi» JIHK, koTopslii npuBenem
3/1€Ch, — JTAHHBIE O CTPOCHUHU KOHIIOB XPOMOCOM.

Konuywt monexyn /IHK — 006veKkm nogvluieHH020 6HUMAHUA

VYCTpoCTBO KOHIIOB XPOMOCOM JAaBHO MHTEPECOBAIO HccaeaoBarenied. Tenepp cramo sICHO, 4TO
OHHU ycTpoeHbI 1o ocobomy. U 3Ty Hekoaupyromtyto 6enku JJHK HuKak Henb3s Ha3BaTh «3TOMCTUUHOMY.
Konneroit yuactox JIHK, HazpiBaeMblil TETOMEPHBIM, MPEACTABIsAET cOO0M 00macTh pazmepom 3—20 ThIC.
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1. H., COCTOSIIYIO U3 TaHAEMHO pacnojoxeHHbIX MoBTopoB TTAITT (puc. 28). C atumu ydactkamu 00-
pa3yroT KOMIUIEKC pa3anuHble crienupuieckue OelIKy, U TAKOH KOMILIEKC MOJyYll Ha3BaHHUE TeJIOMepa.
Camblii-caMblii (B JTaHHOM clly4yae JIEBbIi) KOHYMK XPOMOCOMBI YeJIOBEKa BBITJISANUT TaK:

[TTATTITTATTITTATTITTATTITTATTITTATT. ..
LITITAAILITAAITIITAALIIITAALILITAA. ..

To ecTh KaxABIA TOM DHIIMKIIONECANH YEJIOBEKa HAYMHAETCA C OYKBHI I, 1 miepBbie 6 OyKB — 3TO
onHonureas JIHK, a BoBce He IByHUTEBas, KAKOBAa OHA HA BCEM JAJILHEUIIEM MPOTSHKEHUU. B aHrnmii-
ckoM si3bike ¢ OykBbl I (G) Haunnaetcs cioBo bor (God), 1 HEKOTOPbIE UCCIIE0BATENN CKIOHHbBI BUAETD
B 9TOM HEKUH INIyOOKHI CMBICI. KOHEYHO K 3TUM CYXKIACHHUSAM MOKHO OTHOCUTBCS C MPEAETICHHOM 10ei
ckencuca. [Ipu onpeneneHHOM )KeTaHNuU, KOHEYHO K€, MOYKHO HaWTH MHOTO BCSKMX aHAJIOTH, HO 3Ta —
0€e3yCIIOBHO cityyaiiHas.

3a KOpPOTKMMH HMOBTOpPaMH paclioyiararoTcsi 0ojee JAJIMHHBIE MOBTOPSIIOIIUECS MOCIEI0BATENbHO-

CTH, KOTOpBIE Ha3BaIM IIOBTOPaMH, aCCOLIMMPOBAHHBIMU C TEJIOMEpOH. Jlanee clieqyl0T yHUKaJIbHbIE IS
Ka)KJJ0W XpOMOCOMBI MOCJIEI0BATEIbHOCTH, KOTOPhIE Ha MPAKTUKE MCHIOJIb3YIOTCS AJIS pa3ivyueHus pas-
HBIX KOHIIOB Pa3HbIX XpoMocoM. Tenomepsl 3amuinaT ocHoBHYI0 yacTh JJHK ot aelictBus ¢pepmeHTOB,
KOTOpBIE B OTCYTCTBHE Tesiomep paspymanu 0b1 Mosiekynsl JIHK. Kpome Toro, Tenomeps! crnocoOCTBYIOT
MPaBUIBHON peKOMOMHALIMK XPOMOCOM U UX MPUKPEIICHHUIO K 000JI0UKe spa.
KoHueBble yqyacTku XpoMocoM He cTaTuyHbL. [Ipu KaXKaoM J1eleHnH KJIETOK MPOUCXOIUT UX YKOPOUEHHE
B cpeadeM Ha 50 n. H. Bee u3Bectnosle JIHK-nonumepassl, KOTOpbIE y4acTBYIOT B IIPOLIECCE PEIUIMKALIUN
JIHK, HECTIOCOOHBI TTOJIHOCTRIO PETUIMIIMPOBATH KOHIBI MoOJIeKy. [loaToMy kaxkmasi ciemyromasi KOmus
Kopoue npeabiymeil. Kak ecin Obl MalIMHUCTKA, IEpeneyaThiBas KHUTY, BCEra JeHUIach Obl mepere-
4aTarh MOCJIEAHIOI0 CTPAHUYKY.
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Puc. 25. Ctpyxrypa xonuos /IHK B xpomocomax — Tesnomep

YroObl HE MPOUCXOUIIA NTOTEPS] TEHETUYECKOI0 MaTepuala Mpu AeJICHUH KIETOK, Y SMOPHOHOB
koHub!I Mosekyn JJHK HapanmuBaroTcs nepen Kakaou peruiMKanueldl KOpOTKUMH MOBTOPSIOIIMMHUCS TIO-
ClIeZIOBAaTeNbHOCTAMHU. B 3TOM ywacTByeT cnenuanbHblii GepMeHT — TenoMepasza. OJHAKO B KJIETKax
B3pOCJIOr0 OpraHu3Ma 3TOT (PEPMEHT NEepecTaeT padboTaTh, U B PE3YJIbTaTE XPOMOCOMBI IOCTOSIHHO YKO-
padnBaIOTCsl, CHEXKUBAIOTCS, KaK IIAarpeHeBas Koxa, npu KaxxaoM nukie perumkanuu JIHK. Tak mpouc-
XOIUT O ONPEAEICHHOIO IPEeNna, MOCIe Yero ACJICHNE KIETOK CTAHOBUTCS, MTO-BUIUMOMY, HEBO3MOXK-
HBIM ¥ HAaCTYyIaeT ux rudesb.
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«benvle namnay cenoma

Ha ¢one Bceobmeii iidopun, CBI3aHHONW C CEKBEHUPOBAHUEM T€HOMA YeJI0OBEKa, MaJI0 BHUMAHUS
OBLTO OOpAaIleHO Ha TO, YTO HEOOXOIUMO €Ille HEKOTOPOE BpeMsl ISl IOMyUeHUs IEHCTBUTENLHO MOTHOM
MOCJIEIOBATEILHOCTH HYKJICOTHUIOB TeHOMa. Ha coBpeMeHHOW KapTe reHoma 4ejoBeKa BCE eIe 3UsIeT
MHOKECTBO «OeNbIX MmITeH». B cymme oHu coctapisu Ha Hadasno 2002 roaa Bcero okono 3—5%, 4To Bo-
00111e-T0 COMOCTaBUMO C JIOJICH T€HOMa, 3aHMMaeMO BceMu reHamu. [IpuumHa 3TOrO 3aKitoyaeTcs B
MIEPBYIO OYEpPE/lb B CYIIECTBOBAHUHU CEPHE3HBIX TEXHMUECKUX TPYAHOCTEW MPU CEKBEHUPOBAHUU U Kap-
THPOBAHUHU OTNEIbHBIX crienupuueckux yyactkos JJHK.

Tak, HEKOTOpbIE HYKJICOTHUIHBIC MOCIEAOBATEIBHOCTH OO0NAJar0T HECTAaHAAPTHOW CTPYKTYpOil,
YTO YCIIOKHSIET MPOIECC MX paciM(ppPOBKH CTAHAAPTHBIMU METOJaMU. B 4acTHOCTH, 3TO OTHOCUTCA K
TakUM pailoHaM XpOMOCOM, KaK TeJIOMEpPhl — KOHIIEBbIE YYaCTKH, KOTOPhIE UMEIOT HEOOBIUHYIO CTPYK-
Typy. VX nopo#i TpyHO BBIIENATH U3 00IIEH MacChl HYKJIEOTHIHBIX MOCIEI0BATEIbHOCTEN B CUILY TOTO,
4YTO OHU pacmnojokeHbl Ha KoHIax monekyn JJHK. JIpyrue ydactku TpyaHO UASHTHU(PHUIIMPOBATH B CBSI3U
C TE€M, YTO OHHU YaCTO TOBTOPSAIOTCS U X TOKA HE YJAETCs «BIHCATh» B OOIINI TEKCT, TOCKOJIbKY HE sC-
HO, IJI€¢ UX UICTUHHOE MECTO.

DTH y4acCTKU MOPOU TaK MOXOXKH JIPYr Ha APyra, 4TO HEJETKO MOHSATH, I/I€ KAaKOW M3 HUX TOYHO
pacnonoxen («®durapo 3aech, @urapo Tam»). Takas cuTyalusi XxapakTepHa B OCHOBHOM JJIsl LIEHTPOMED-
HBIX 00JlacTell XpOMOCOM, COJEp)KAIUX TaHACMHBIC KIACTEPhl ayib(a-CaTeIUTUTHBIX MOCJIEI0BATEIBHO-
CTE, U pallOHOB PACIIONIOKEHHSI MUKPO- U MUHUCATEIUTUTOB. MIMeIoTCSt pOOIeMbl M C CEeKBEHUPOBAHUEM
KOPOTKHUX «IIJICYEH» HEKOTOPBIX XPOMOCOM.

OpnHako eciay CpaBHUTH ITH MPOOJIEMBbI C HAYAJIBLHBIMU 3TalaMu padOThI, TO OHU TENEPb CPOTHU
«ceMedKamy, OOJIBITMHCTBO U3 KOTOPBIX MCCIEI0BATENHN O€3yCIOBHO «OTIIEIKAIOT)» B caMOe OJIKaiiiee
BpeMsi, BO3MOKHO Ja)K€ €IlE J0 BbIX0J1a B CBET 3TON KHUIU.

Oneuamku 6 mexcme usz JIHK

Kaxxnpiii yenoBex yHHMKaJIeH, CJI€JOBATEIbHO, YHUKAIBHBIM JIOJKEH ObITh U ero reroMm. Ilo stoit
MPUYMHE MEXKIY JTIOOBIMH JBYMSI JTFOJAbMH, €CIIM OHU HE OJHOSHIIOBBIE OJHM3HEIbI, BCETAa UMEIOTCS 3Ha-
YUTENbHBIC UHANBUIYATbHBIC PA3INUns (MX HA3bIBAIOT pa3nuuusiMu B (heHoTure). OHU TPOSBIISIFOTCS BO
MHOTOM, B YaCTHOCTH, BO BHEIIHOCTH, B (PHU3NYECKUX BO3MOXKHOCTSIX, B OTHOIICHUU MPEIPACIIOIOKEHHO-
CTH K Pa3BUTHUIO OMPENEICHHBIX 3a00JIEBaHM, B PEaKIIMM OpraHU3Ma Ha BO3JEUCTBHE (HaKTOPOB OKPY-
JKAIOIICH CpeJibl UITU JIGKAPCTBEHHBIX CPEJCTB, B YMCTBEHHBIX CIIOCOOHOCTSIX U TIOBEJICHUHU.

OnHako, Kak 0Ka3aJioCh, M3 CBBIIMIE 3,2 MUIMAPAOB F€HETUYECKUX OYKB, M3 KOTOPBIX COCTOUT
JHK yenoBeka, 99.9 mpolieHTa OJHU M TE K€ Y BCEX JIIOACH. BEIXOIHMT, YTO BCEro OT OAHOM JIECITOU
IPOIICHTa T€HOMA 3aBUCHUT, KTO MBI €CTh, — BBICOKHE WJIM HU3KHE, KPACHBBIC WM HE OUY€Hb, OOIBHBIC
WJIH 3/I0POBbIE, CUIIbHBIC WM Clla0ble, YMHBIE WU TIYIbIe, ONTUMHUCTHI WU MECCUMUCTBI, JOOpbIE WUITH,
Ha000pOT, KECTOKHE U TaK Jajee.

Paznnuns mexny HykiaeoTuaHbIMU nocienoBarenbHocTssMUA JIHK pa3HbiX MHIuBHIYyMOB CBsi3a-

HBI TJIABHBIM 00pa3oM C T€M, YTO 3a BPEMs JJIUTEIbHON YeTOBEYECKOM IBOJIOIMH B HAIIEM T'€HOME Ha-
KOITMJIOCH JJOBOJIbHO MHOT'O CIIyYallHbIX, BbI3BAHHBIX PA3HBIMU MPUUYUHAMU, U3MEHEHUN. DTU «OTEUATKN
B JIHKo0BOM TekcTe, KOTOpbIE KaXAOMY M3 HAC IOCTAKOTCS OT JIByX POJMTENEH B CIIy4allHOM COYETaHUH U
HACJIEIYIOTCS, HA3bIBAIOT MYyTAL[UMH.
OueHb TPyIHO M3/1aTh KHUTY (0COOEHHO eciiu OHa Oousiblas o 00beMy) 0e3 orneyaTok, XOTs B Mpoliecce
MOJArOTOBKH MX TILATEJIBHO OTCIIEKUBAIOT U aBTOP, U PENAKTOP, U KOppeKkTop. M3BecTHa crapas ucropus
0 CIIope ABYX M3JAaTeliel, Koraa OJMH U3 HUX YTBEPXKAAJl, YTO CYMEET BBIITYCTUTh KHUTY 0€3 €IUHOI or1e-
yaTku. M, 1eACTBUTENBHO, IPU CaMOW TIIATEIBHOW IIPOBEPKE B TEKCTE 3TOW KHUTHU ONEYATOK HE HAILUIM.
Ho u3natens npourpan crop: onevyarka Obuta B caMOM Ha3BaHWHM KHUTH! W KHUTA, KOTOPYIO ceiuac 4u-
TaeTe BbI, HABEPHIKA OyJEeT coAepKaTh OMEYaTKH (XOTEeNOCh Obl TONBKO, YTOOBI UX YUCIO OBLJIO MUHHU-
MaJbHBIM M 9TOOBI X HE OBUIO B Ha3BaHUN).

Mytanuu B JIHK — ecrecTtBenHble HacnenyeMbie u3meHenusi — omnevyatku B JJHKoBom Tekcre.
Kaxxnprit pa3, korga KjaeTka B OUY€peTHON pa3 IAETUTCS, HEOOXOAMMO BBIMOJIHUTE TPAHIMO3HYIO 33729y —
KOMUPOBAaTh CBbINIE 3 MIpA. OykB. B kieTke 3THM 3aHMMaeTCs 1enast apMusl CelHalbHBIX ()EPMEHTOB,
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KOTOPBIE BBIMOJIHAIOT CBOK MMTAHTCKYIO paboTy B cpeiHeM 3a OAuH pabounii neHb (7 yacoB). Ilpu sTom
HelnpaBWIbHbIE OYKBbI NepBoHauaibHO Bo3HUKatOT B 10000 yuactkax HoBoro JIHKoBoro Tekcra, a motom
3TH K€ (DEPMEHTHI, BBICTYIIAsl YK€ B POJIM «KOPPEKTOPOBY, UCIPABIISAIOT €ro. B KOHEUHOM HTOTe MpU KO-
nupoBanun JJHK ocraercs Tonbko 1 ommbka Ha 10 MiaH. 1. H. I3 3TOr0 JI€TKO MOHATH, YTO YyeM OoJbIIe
pa3 xonupyetcs (perumnuupyercs) JJHK, Tem Gonbliie B Heil HakamuBaeTcs: OMIMOOK.

Wzmenenus B crpykrype JHK umeroT pasHooOpasHnsblil xapaktep. B nepByto ouepesip 3T0 «TOUYKO-
Bble MyTauum». Takue MyTauuu npeacTaBisioT coboit onedatku B JJHKoBom Tekcre, korga ogHa u3 4
OYyKB BbINIa/Ia€T U3 TEKCTA WM 3aMEHSETCS Ha KaKylo-HUOYIb IpYTylo U3 HUX. B cymme aTu onevarku B
MacmTabax OJHOro reHOMa, KaK IMpaBuilo, HEeBeTUKU. (YKe TOBOPHIIOCH, YTO MBI B CPEAHEM OTJIMYAEMCS
JpyT OT Apyra nNpuOIU3UTENbHO B OJHOW MO3UIUHU HYKJICOTUIOB U3 KaXKJIOU ThICSUM). DTO SIBJICHUE Ha-
3bIBAIOT NMOJIMMOPGU3MOM reHoMa. OTIANYue MEXy MYTalUsIMH U MOJIUMOP(PU3MOM JOCTATOUYHO YCIIOB-
Ho. Koria oauH u3 BapuaHTOB HYKJIEOTHUIHBIX MOCJIEIOBATEILHOCTEN onpenesieHHoro yyactka JJHK BbI-
aBisieTcsa O6osee ueM y 1% mroged B MOMYJSLMM, TO TaKyl0 BapuaOeIbHOCTh Yallle BCEr0 HA3bIBAIOT IO-
TUMOpU3MOM, €CiTH ke MeHee 1% — mpocTo MyTanuei.

MyTtanuu MOryT ObITh HPOCTEHIIMMHU 3aMEHaMU OJIHOTO HYKJICOTH[A Ha JPYroW, a MOTYT Npej-
CTaBJIATH c000M Oosee cinoxxHble n3meHenust JJHKoBoro tekcra, B Buie BCTaBKH B TOTOBBIN TEKCT JIPYrUX
«OYKB» M TEKCTOB WJIM, HA0OOPOT, MOTEPH psiia «OYKBY», «CIIOBY» WIH IENBIX «IpeisiokeHuil». M3peaka
ornenbHble Kycku JIHKoBoro tekcra naxxe mepeBopaunBaroTcs. Bece 310 u ecth «omeyarkuy». OaHako
oIeyaTka onevaTke po3Hb. Yale Bcero MyTal He CKa3bIBAIOTCS 3aMETHBIM 00pa3oM Ha ()eHOTHIIE ue-
JoBeKka. JTo u MoHATHO. B abpakanabpe, koTopyro u3 ceds npeacrasisiet cpoie 70% JIHKoBoro tekcra
4eJI0BEKa, MOsABICHUE 1-2 1 Ja)ke IOpOM COTHU «OMEYaTOK» MOYKET POBHBIM CUETOM HUYEIO HE MEHSTH.
Ho ato ne Bcerna tak. HekoTopsie U3 HUX O4EHb CHJIBHO BIUSIOT Ha YEIOBEKA.

OTOMYy €CTh aHAJIOTHsl B JIMHIBUCTUKE. TaK, CylIECTBYIOT CI0Ba-IapOHUMBI, KOTOPBIE CXOAHBI 110
CTPOCHHIO, UMEIOT OOIIMHA KOPEHb, HO CMBICII KOTOPBIX CUJIBHO OTIMYAETCS MPHU Pa3HULIE BCETO B OJIHOM
OykBe. I[Ipumep: HOBOro IMoceTuTeNs NPEACTABISIOTIOCTAM, HO OBIBAIOT HEpaJMBbIE X031€Ba, KOTO-
pBI€ IPEIOCTABIISAIOT FOCTEN caMHUM cele.

W3BECTHO ¥ MHOKECTBO CIIy4acB U3 KU3HU, KOTOPbIE CBUAECTEILCTBYIOT O Ba)KHOM 3HAUEHUU HE-
KOTOPBIX Ha MEPBbII B3IV HE3HAUUTEIbHBIX «OIEYaToK». SpKUil MpUMEpPOM MOXKET CIIY>KUThb CyAbOa
MapoK ObIBIEH OpUTAHCKOM KOJIOHMHM — ocTpoBa MaBpukuil. B naBHue BpeMeHa Ha 3TOM OCTpPOBE pe-
LMK BJIPYT CPOYHO OTIevyaTaTh cBou Mapku. Ha 3Tom HacTosiia sxeHa ryOepHaTopa, KOTopas OpraHu3o-
BbIBAJIA MBIIIHBIN IpUEM, a BOT MapoK AJI IPUIJIAIIEHUH Ha OCTPOBE HE OKa3anoch. CpOYHOCTH 3aKasza
IIpHUBeEJIa K TOMY, YTO I'paBep B CIIELIKE, Jia €Il U CIbsIHY MepernyTal Halluch Ha Mapke u Bmecto «llou-
TOBBIN cOOp omauen» Hanucan «lloutoBas koHTOpa». Tenepb 3TH MAapKU CTOSAT y KOJUIEKIIMOHEPOB Oe-
HIeHbIX JieHer. TakoBa 1eHa nonurpaduyeckoil onevyaTkH.

CxonHas cuTyalus UMeeTcs U B reHoMme uenoBeka. Hexoropsle «oneuatkn» B JIHKoBoM Tekcre,
0COOEHHO PACIIOJIOKEHHbIE B F€HAX WJIM HEMOCPEICTBEHHO PAJIOM C HUMU, BECbMa CYIIECTBEHHBI IS 4e-
J0BeKa. B xauecTBe npruMepa MOXKHO IMIPUBECTH IIMPOKO U3BECTHBIN Cllydall OTHOM U3 MyTalui (aenenus
gactu JIHKoBoro Tekcra) B yenoBeueckom reae CCRS. YKkopoueHHBIN BapuaHT 3TOro TeéHa o0ecreunBa-
€T HEBOCIIPUMMYHUBOCTB JIIOJIEH K BUpPYCY UMMYHoIehHUIIMTa YeaoBeka. B pesynbrare sToro uyma XX Be-
ka — CIIUJ] — Ttakum moasm He cTpamiHa. B EBporne Takoit BapuaHT JOBOJIBHO MIHUPOKO PACIPOCTPAHEH
U JIOCTUTAET B HEKOTOPBIX peruoHax 9%. A Bot B Adpuke oH oOHapykeH MeHee yeM y 0,1% xurenei.
XOTsl U3BECTHBI PA3JIMYHbIE BUABI T€HETUUYECKOTO MOJIUMOpP(PHU3MA, OAHAKO MOJIUMOP(U3IM €TUHUYHBIX
HYKJICOTUIOB SIBJISETCSI CaMbIM PAacHpOCTPAHEHHBIM THIIOM BapHaOelbHOCTH HYKJICOTHIHBIX MOCIE0Ba-
tenpHOCcTeN JIHK. Bonee Toro, on okazaincs HamOoJsiee MEPCHEKTHUBHBIM U ISl YUCTO MPAKTHYECKOTO
IIPUMEHEHMSL.

Celiyac moJICYMTAHO, YTO B TEHOME YeJIOBEKa NMPUOIN3UTEIBHO 3 MIIH. I.H. JOJKHBI OBITH Bapua-
OenbHbIMU. Takue BapuabenbHblE (MOJMMOpGHBIE) YYaCTKH OBUIM Ha3BaHBICHUIICAMH (TIO-aHTJIMHCKU
snps — ot Single Nucleotide Polymorphisms — eauHuuyHble (CUHTYJISpHBIE) HYKJIEOTHAHBIE TOIUMOP-
¢u3mel). TepMHUHOM «CHUIICHD) 0003HAYAIOTCS «TOYEUHBIE» OTIINYMS (TOTUMOP(PHU3MBI) B HYKICOTHIHBIX
nocnenosarenbHocTAx JJHK pa3nuuHbIX MHAMBHUYYMOB, BbI3BaHHbBIE 3aMEHOW €AMHUYHOTO XUMHUYECKO-
ro 3seHa JIHK-nykneornna. IloctapaeMcs 3allOMHUTH 3TOT HENPUBBIUHBIN MOKA €1I€ TEPMUH — Jajee
3TO HaM OYE€Hb MPUTOTUTCSL.

68



I'eHHblE KOHCTPYKIMU OpTaHKU3Ma YeloBeKa U )KUBOTHBIX ABTOp Makapos JI.M.

VYaxke B mpoliecce CeKBEHHPOBaHUS TeHOMa uenoBeka B 1999 1. ObL1 co3aH crienuuaibHbId MEX-
JYHApOJHBIA KOHCOPLUYM JJsi UACHTUPUKAIUM M KapTHUpoBaHUS ToibKO cHUcoB — «The SNP
Consortium Ltd». Llenpto HOBOr0O MHOTOCOTMHJUIMOHHOTO MCCIIEI0BATENbCKOIO MIPOEKTa CTAJI0 CO3AaHUe
CBOJIHOM KapThl, MOKa3bIBAIOLIEH PACIOIOKEHNE B TEHOME YEJIOBEKAa ITUX «I€HETHUYECKUX MapKkeposy». B
HACTOsIIIee BpeMsl YCTAaHOBJIEHBI 2,2 MJIH. CHUIICOB (HAIIOMHHMM, YTO OOIII€e UX YMCIIO CUUTAETCS PaBHBIM
3 miH.). IlockoabKy reHbl MOTYT COAEpKaTh OT THICSYM JJO MUJUIMOHA HYKJIEOTUIOB, TO MPAKTUYECKH B
KaX/IOM I'€HE WU PSAJIOM C HUM MOXXKHO OOHApyXUTh OJJMH WJIM HECKOJBbKO CHHUIICOB. Celfyac BBISBICHO
33,5 ThIC. CHUIICOB, PAcOJIOXKEHHBIX B 3K30HAX, YTO MPHUMEPHO COOTBETCTBYET OOILIEMY YHMCIy T€HOB y
yenoBeka. CienoBarenbHO, O0JbIIas 4acTh CHUICOB (0KOJO 99%) pacrmonoxkeHa B TeX y4acTKax MoJje-
kynsl JIHK, xotopsle He koaupyroT cunTe3 OenkoB. [1o 3Tol npuynHe, Kak NpaBUIO0, CHUIICH HE UMEIOT
CYIIECTBEHHOT 0 Orosioruueckoro 3¢ dexra. XoTs 3TO U HE BCEra Tax.

W3HavyanbHO OBLIO SICHO, YTO CO3JIaHHE KapThl CHUIICOB — MapKepOB YEJIOBEYECKOI0 FeHOMa MO-
KET CTaThb BEChbMa IOJIE3HBIM JJISl IPOBEACHUS PA3IMYHBIX T€HETUUYECKUX MCCIIEAOBAHUNA B MEIULMHE U
(bapMakosIoruy, JacT K04 K MOHUMAHUIO YHUKAIbHOCTH JIUYHOCTH, POJIM HACIIEACTBEHHOCTH B MHTEI-
JIEKTYaJIbHBIX CIIOCOOHOCTSAX U YepTax xapakrepa. M cHUIICHI cTaiu UCIOIB30BaTh, B IEPBYIO OUYEpeEb, B
KAaueCTBE I'€HETUYECKMX MapKEpOB, IOCKOJBKY IIOKa HET BO3MOXHOCTH CEKBEHUPOBATH LIEJIMKOM I€HOM
Ka)k7oro nHauBuayyma. Her comHenus, 4to B 0003puMoM OYyIieM Ha 3TOM OCHOBE CTaHET BO3MOKHBIM
CO3/IaHHE€ TE€HETUYECKOTO M1acIopTa KaXJ10r0 4eJI0BEKa.

Korna takue oneuatku B JJTHKoBOM TekcTe, Kak CHUIICHI, HE MEHSIOT CHJIBHO CaM TEKCT, UX Ha3bl-
BalOT HEUTPAJIBHBIMU MJIM «MOJYAIUMKU» MyTauusaMu. OHaKO UMEIOTCS ONEYaTKU, KOTOPbIE TaK MCKa-
KAIOT «CJIOBa», YTO UX YK€ HEBO3MOXHO MpouecTh. X Ha3bIBalOT 3HAYAIIMMHU, «TOBOPSALIUMHU» MYyTa-
nusmMy. Takue 3Havaye MyTaluy 4acTo MPUBOJAT K BOZHUKHOBEHUIO Pa3HOOOPa3HbIX HACIEICTBEHHBIX
6ose3Heil. 11ockoIbKY CHUIICHI JOCTaTOYHO CTAOWJIBHO NEPENAOTCs OT MOKOJEHMSI K MOKOJEHHUIO, UX
MO’KHO MCIIOJIb30BaTh B KAYECTBE MAPKEPOB B FTEHETUUECKUX MCCIIEIOBAHMSX 10 BBIBICHUIO CBS3H I€HOB
C TEMHU WM MHBIMU 3a00J€BaHUSMH, [0 TOHUMAHUIO OCOOCHHOCTEN MeTaboyin3Ma JeKapCTBEHHBIX Be-
LIECTB Y Pa3HbIX NTaLlUEHTOB.

Tak, HanpuMmep, CpaBHMBaAsI «IIPOQUIIb» CHUIICOB B Ipymmax OOJIbHBIX U 30POBBIX JIUL, MOKHO
YCTAHOBUTH, KaKH€ M3 HUX HAOMIOJAIOTCS Yalle y MalueHToB ¢ AaHHBIM 3a0osieBanueM. [locaenyromuit
aHaJIM3 3TUX U coceqHUX co cHuncamu ydactkoB JIHK mgaet Bo3MOXHOCTh UIEHTHU(PUIIMPOBATH I'€HBI, KO-
TOpble 00YCIOBIMBAIOT MPEIPACIIONOKEHHOCTh K 3a001eBanuto. Takum 00pa3oM, IPUMEHEHHE ITOTO Me-
TO/Ia TIO3BOJISIET YCKOPUTH MOUCK T'€HOB, OTBETCTBEHHBIX 3a pa3BUTHE 3a00JieBaHUM, clellaB ero Oosee
HanpasieHHbIM. B yactHoCTH, yueHnble komnanuu «Glaxo Wellcome» yxxe ncnosiabpb3oBaiyn METOIUKY Kap-
TUPOBAHUSI CHUIICOB JJISl BBISIBJIEHUSI T€HOB, IPUHUMAIOIIMX YYaCTUE B PA3BUTUU TaKUX PaCIpPOCTpaHEH-
HBIX 3a00JIeBaHM, Kak caxapHblil quadet Il Tuna, ncopuas U MUTPEHb.

Takoil ke Mmoaxoa MOXKHO HCIOJIb30BaTh JUIsl BBISBICHHUS Y MAallMEHTOB O0COOEHHOCTEH MeTabo-
JM3Ma, pacrpeeseHns UIU BbIBEICHHs JIEKAPCTBEHHBIX CPEJCTB, TO €CTh JJIS UCCIIeA0BaHMM 1o (apma-
KOreHOMUKe (mogpobHee 00 3TOM peub MOHJIET Jajnee B ClelUaIbHOM paszene). Bpaun cMoryt ucnosb-
30BaTh JJaHHbIC T€HETHUECKUX MCCIEeIOBAaHUN 17151 000CHOBAHMS MHAMBUIYAIBHOTO MOJIX0Aa IPU Ha3HA-
YEHHUH JIEKAPCTBEHHBIX CPEJCTB, YTO 3HAYUTENIbHO CHU3UT PHUCK Pa3BUTHUS MOOOYHBIX peakuuid. XoTs
NEPCHEKTUBHOCTh TAKOTO MOAXO0Ja OYEBHUHA, MOAPOOHAs KapTa CHHUIICOB-MAapKepOB IIOKAa €Ie HE CO-
craBiieHa. Ho pabora B 3TOM HanpaBieHUH UJIET O4eHb akKTUBHO. COCTaBlIEHUE TaKUX KapT YEIOBEYECKO-
ro reHoMa cj/ielaeT B KOHEYHOM UTOre TeXHUYECKH BO3MOKHBIM IPOBEJCHHE ObICTPOro U OTHOCHTEIHHO
HEZ0pPOroro reHOTUIMPOBAHUS OOJIBIIOr0 KOJIUYECTBA MMALIUEHTOB.

[TockonbKy CHHUIICOB B TEHOME Y€JIOBEKa JI0BOJIBHO MHOI'0, TO OBUIO MPEIOKEHO M3ydaTh UX HE
TOJIBKO 1O OTJAEJIbHOCTH, HO M TPYIIaMHU, B KOTOPble OOBEAUHSIOTCS CHUIICHI, PACIOIOXKEHbIE OTHOCH-
TEJIBHO PSIOM B TeHOMeE. Takue HacleyeMble BMECTE IPYIIIbI CHUIICOB MOTYYHJIM Ha3BaHUE IallNIOTUIIOB.
[IpoBeneHHpIN aHANNU3 MOKA3aJl, YTO YMCJIO TaIJIOTUIIOB Ui KaKJOro reHa CUJIbHO BAPhUPYET U MOXKET
COCTaBJIATH OT 2 10 53 (B cpenHeM, 10 pa3HbIM OLleHKaMm, — OT 4 10 14). bbulo npoBeneHo cpaBHEHME
Takux ramiotunoB y 21 Genoro denoseka, 20 adhpoamepukaniieB, 20 4eIOBEK a3MATCKOTO MPOUCXOXKIE-
Hus, 18 natuHOaMepuKaHIEB U 3 aMepUKAaHCKUX MHJeHeB. B pe3ynprare He yaanock 0OOHapy>KUTh Ba-
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PUAHTOB ralIOTUIIOB, XapaKTEPHbIX JUIS TOM WJIM MHOW STHUYECKOHN IpymnIbl. BmecTte ¢ TeM HEKOTOpbIE
BapHaHThI Yallle BCTPEYAJIUCH Y JII0IeH, KOTOPBIE POJIOM U3 OJHOTO reorpauyeckoro peruoHa.

o onenke yuensix komnanuu Genaissance Pharmaceuticals B cpeqnem cymiectsyer 14 Bapuanuit
Ka)XJIOTO Y€JIOBEYECKOTO IreHa. YUeHbIe TPOAHATN3UPOBATN 313 TeHOB y OOJIBIIIOrO YKCIIa aMEPUKAHIICB,
OTHOCSIIMXCSA K 4 pacaM. Eciv B TeHOME 4enoBeKa IPUCYTCTBYET IPUMEPHO 35 ThICAY YEJIOBEUYECKHX Ie-
HOB, cienoBarenbHo, umeercs ot 400 g0 500 teicsu ux Bapuanmii. OOHAPYKEHHE CTOJb OONBIION aM-
IUTUTY/Ibl TEHETUYECKUX U3MEHEHUH MOXKET MOTpeboBaTh MEPecMOTpa TPAIUIIMOHHBIX MPEACTaBICHUN O
reHoMe uesnopeka. Ceiluac IuIaHUpyeTcsi CO3/1aHKe Karajora ralyloTUIOB KaKJO0ro YeJIOBEYECKOro reHa.
Jst aToro notpedyercs npoananuszuposats JJHK y Thicsu npeacraBuTeneit pa3HbIX KOHTUHEHTOB Hallei
IUTAHETHI.

[TomMuMO BBICOKOH IIIOTHOCTH, CHHUIICHI MMEIOT OUYEHb HU3KUN YpPOBEHb MYyTallMil Ha IOKOJIEHUE
(~10-8), uTo nenaer uX yA0OHBIMU MapKepamH JJis aHAJIU3a MOJIEKYJISIPHOM 3BOJIIOLMHU (JJajiee MbI I1OTO-
BOPUM O «MOJIEKYJISIPHBIX Yacax», KOTopble 3(p(PEeKTUBHO HCIIONIB3YIOTCS T€eHETUKaMU B reHoreorpaduu u
ABOJTIOIIMOHHON T€HOMUKE).

Hpyroii Bua noauMopdus3mMa reHomMa 4eIoBeKa CBSI3aH C MOBBIIICHHONH HECTAaOUIBHOCTBHIO TAKHX
YK€ YIIOMHUHABIIMXCS TTOBTOPOB '€HOMA, KaK MUHH- M MUKPOCATEJUIUTHI. JTa HECTAOMJIBHOCTh MPOSBIIS-
€TCsl B Pa3HOM 4YMCJIE NOBTOPSIOIIUXCS JIEMEHTOB B OTAEIBHBIX JIOKYCax Yy pa3HbIX MHAMBHIYYMOB U
MPUBOJUT K CHJIBHOMY NMOIUMOPGU3MY. YPOBHU HECTAOMIBHOCTU TAKUX TaHJEMHO PACIOJIOKEHHBIX I10-
BTOPOB 3HAYMTEIBHO OTJIMYAIOTCS B pasHbIX Jokycax. Oco0oe BHUMaHUE MPUBJIEKAIOT K ce0e runepmy-
TabeNbHbIe caTeUIUThl. B yacTHOCTH, HECTaOUIIBHOCTD U- U TPUHYKJIEOTHIHBIX MUHUCATEIIUTOB 00Y-
CJIaBJIMBAET TaK HA3bIBA€Mble JUHAMHYECKHE MYTAlMH, IPH KOTOPBIX YBEIMYEHUE YMCIIAa KOMHUI MOBTO-
PAIOLIMXCS 3JIEMEHTOB (9KCIIAHCHUS) BbIIIE HEKOTO KPUTHUYECKOTO YPOBHS MPUBOJUT K OIYXOJIEBOMY pOC-
Ty KJIETOK M Pa3BUTHUIO HEKOTOPBIX HACIIEACTBEHHBIX HEHPOMBIIICUHBIX 3a00JIeBaHUI (MHUOTOHUYECKAsS
aucTpodusi, xopes XaHTUHITOHA, 6one3ub Kennenu u ap.).

B pesynprare 3KCaHCUM YHMCIIO MOBTOPSIOIINXCS 3JIEMEHTOB B OJJHOM JIOKYCE MOXKET JIOCTUIaTh
HECKOJIbKUX ThICsA4. Hanmpumep, uncio TpuHyKIeoTHAHBIX TOBTOPOB LTI B reHe MHOTOHMHIIPOTENHKH-
Ha3bl B HOPME He MpeBbIlaeT 27, a IpyU Pa3BUTUH MHOTOHUYECKOH TUCTPO(UU ITO YUCIIO YBEIUIUBACTCS
0OBIUHO B ThICSUY U Oosiee pa3. [IpuunHbl Takoil HeCTaOMIIBHOCTH MOKa A0 KOHIA He sicHbl. Kak Haubonee
BEPOSATHBII MEXAHU3M ITOIO SIBJIEHUS — «IIPOCKalIb3bIBaHUE» B xoe perukanuu JJHK.

CunpHas U3MEHUYMBOCTh MUHHU- U MUKPOCATTEIUTOB Hallljja MPAKTUUYECKOE MPUMEHEHHE M B TaK Ha3bl-
Ba€MOM F'€HOMHOM JAaKTWJIOCKONMU. JTO OTAEIbHAs TEMA.

Monekynapuuie yacol

JlocTaToyHO TBEPAO YCTAaHOBIEHO, YTO OOJBIIMHCTBO M3 MPOMCXOMASIIUX TOYEHYHBIX MYyTallUd B
FEHOME HE€ MPEJCTABJISIOTCS HU MOJE3HBIMH, HU BPEAHBIMU ISl YEJIOBEKA, TO €CTh SABJISIIOTCS HEHUTpaib-
HbIMU. CKauKHM CKOpee BCEro HE CBOMCTBEHHBI 3BOJIOLMH. YacTOThl BOBHUKHOBEHHUS TOUEYHBIX MYTallUi
HeBbICOKU (TIopsinka 10—8 Ha reHepanuio) 1 OTHOCUTEIHHO MOCTOSHHBI. PacueTsl moKa3pIBalOT, YTO MpHU
pa3sMepe IUIUIOUIHOTO I'€HOMA YEJIOBEKA OKOJIO 7x10° . H. B HEM MPOUCXOAUT B cpenHeM 175 HOBBIX
MyTalui Ha TeHepanuio (25 ner).

Haxorenne Mmyranuii MOKHO CPaBHUTh C MEPETEKAHUEM IIECUMHOK B IIECOYHBIX YacaX, KOTOPBIE
ciy’kat Mepoil BpemeHd. Ho Ha mpakTUKe ydyeHble TPUMEHUIN HE TIECOYHBIE, a «MOJIEKYJIAPHBIC YaChD».
[TockonbKy OONBIIMHCTBO MYyTallMii HUKaK HE CKa3bIBAIOTCSA HA CAMOM OPraHHM3ME, OHH MOTYT CIIOKOHHO
COXPaHATHCS B IBOJIIOIIMU HA MPOTSHKEHUH JIUTEIILHOTO BpeMeHU. MIMeHHO 3a 3TH (PakThl U yXBaTUIIUCH
YUEHBIE, KOT/1a CO34aBAJIM HOBBIM NOAXO0/, HA3BaHHBIA «MOJIEKYJISPHBIMUA YacCaMmu.

Ha nepBom sTane Obuta npoBeeHa «FOCTUPOBKA» 3TUX 4YacoB. st 3TON 1enu ObLIM MCIOJIb30Ba-
HbI JaHHble 0 ckopocTu u3MeHenus JIHK pa3HbIx BUJIOB OPraHU3MOB, JUIsl KOTOPBIX BpEMsl paCXO0KICHUS
B 9BOJIIOIMHU OBLIO HAJACKHO YCTAHOBJICHO IO TMAJCOHTOJOTUYECKHM M apXEOJOTHYECKUM JaHHBIM. U
TOJIBKO TIOCJIE€ ATOT0 HAYAJIOCh «YTEHUE» PAa3HBIX HBOIIOLMOHHBIX TJ1aB DHIUKIIONEINN YEI0BEKA.

«MonekynsipHbIe Yachl» JOBOJIBHO CTPOTO MOKA3BIBAIOT, KaK YAaCTO 32 MUJUIMOH JIET (B CpETHEM) B
JAHK Toro win nHOro reHa uiav reHoMa B LIEJIOM MPOUCXOAAT MyTaluu. Ha 3Tol OCHOBE 1O pa3jinyusIM B
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JIHK MOHO cyauThb O TOM, KaK JaBHO JBa Pa3HbIX BHJIA OPIaHMU3MOB, BPEMsI BO3HUKHOBEHMS KOTOPBIX
HE M3BECTHO, ObUIM OJHUM BHJOM, KOTJa MPOU30ILIA UX JAUBEPreHIIMs, TO €CThb PAacXOXKJEHUE Ha JIBE
pa3HbIe BETBU 3BOJIIOLUU.

Takum e myreM MOKHO CpaBHUBATh 4esioBeueckue nonysinuu win paxe JJHK oraenbHbIx ro-

Jei U CyAuTh 00 OOLIHOCTH UX NMPOUCXOKICHHUS WM POACTBEHHBIX CBA3SIX. B wacTHOCTH, MO «MOJEKY-
JISPHBIM YacaM» yIajoCh OLEHUTh 0oJjiee TOYHO BpeMsl OT/EICHHs yesloBeKa OT 00e3bsiH. CorinacHo Mo-
JIEKYJIIPHOM OLIEHKE, 3TO IIPOU30LUIO IPUMEPHO 5 MIIH. JIET Ha3aJ. DTO BHECJIO CYLIECTBEHHYIO IOIIpaB-
Ky B JIaHHbIE TAJICOHTOJIOIOB, KOTOPbIE JOJT0€ BpeMs IoJlarajid, YTO pa3/JelIeHue 4YeloBeKa U 00e3bsH
IIPOM30LUIO OKOJIO 25 MIIH. JIET Ha3al.
Maccossbiit ananu3 mut/IHK u3 pasnsix pac nokazain, uro ogau MuTIHK oTian4aroTcss OT Apyrux 4uciom
3aMEH OJHHUX HYKJICOTHIOB APYITUMH, TO €CThb YHMCIOM MyTalUi. bbulM OIpeneseHbl Takue I0Ka3aTey,
KaK KOJIMYECTBO MHJMBUIYaJIbHBIX MYTAlMil, UX PACHOJIO0XKEHUE U TUI. DTU MOJYyYUBIINE MIHUPOKYIO U3-
BECTHOCTb JIAHHBIC BBIBWIM OOLIHOCTH NMPOUCXOXKJICHHUS BCEX HBIHE KHUBYILMX JIFOJCH MO KEHCKOU JIH-
Huu. Ecnu untaTenb He IpeKpaTUT 3HaKOMCTBO ¢ KHUI'OM B 3TOM MecTe, TO Oosiee moApoOHbIi pacckas 06
9TUX UHTEPECHEUIINX UCCIICIOBAHUAX OH HAUET Jnajee.

Meron «MONEKYJISIpHBIX 4acoBy», nmpuMeHsemblil Kk JIHKOBBIM TekcTam, 04eHb ITOXO0XK IO CBOEMY
CMBICITY Ha METOJ TTIOTTOXPOHONOIHH , HCIIONb3yeMblil B IMHIBUCTHKE IIPH YCTAHOBICHUH POJICTBA Pa3-
HBIX S3bIKOB. JTO CHELMAIbHbIA CTATUCTUUECKUN METOJT OIPE/ICIIEHNS BO3PACTA POJICTBEHHBIX A3BIKOB, T.
€. JaBHOCTU UX PA3ACIICHHUs, [10 KOJIMYECTBY CJIOB, UMEIOIIMX B 3TUX S3bIKaX OJUHAKOBOE IIPOUCXOXKIE-
Hue. Benp sA3bIK 4en0BEKa, KAK U TE€HOM 4YeJIOBEKa, Bce BpeMsl MeHseTcs. Eciu memMs uinm Hapon, roBo-
pALIUN HA OJTHOM S3BIKE, I10 KAaKOM-TO IIPUYMHE PA3ACIUTCA Ha JBE YaCTU, KOTOPBIE NIOTEPAIOT CBIA3b Me-
&K1y co00H, TO S3bIK, KaK U T€HOM, Ka)KJI0OTO U3 3TUX JBYX HOBBIX IJIEMEH WM HapoAO0B OyIeT MEHSThCS
no-ceoeMy. Uem OoJibllie BpeMEHH HpPOMIET Mocie pa3eieHus AByX HapoJ0B, TEM MEHbIIE OOLIero co-
XPAHUTCS B UX S3bIKaX U TEHOMaX, HO OHH MO-IIPEKHEMY OCTAaHYTCSI POACTBEHHBIMU.

[To cremenu cXOACTBAa MOXHO CYyJIUTh O TOM, KOTJIa MPOU30IUIO pa3jeieHue. JIMHrBUCTHI yCTaHO-
BUH, 4To 3a 1000 et B Tak Ha3pIBaeMOM 0a30BOM cioBape (OH BKIIFOUAET TE CIIOBA, KOTOPHIE €CTh B JIIO-
OOM SI3BIKE, — «IOM», «3eMJIsI», «HE00», HA3BaHUS YacTEeH Tena u T. 1.) coxpaHsercs 86% cios, T. €. Ka-
KJIBIN U3 S3BIKOB JBYX HapoaoB, obocoouBimxcs 1000 ner Hazan, umeet 8§6% OOIIKX CIIOB C MPEIKOBBIM
s36IKOM. B pesynbTate, apyr ¢ ApyromM 3TH s3bIku uMeroT 74% (86% ot 86%) obmux cnos. [Ipu comoc-
TaBJICHUH 3BOJIFOIMOHHOIO JIPEBA MOIYJISUN YEI0BEKa C JIMHTBUCTUUYECKUM aHAJIU30M BBISICHUIIOCH, YTO
B OOJIBIIMHCTBE CIy4aeB SI3bIKM T€HETHYECKH POJICTBEHHBIX MOMYJISIIUNA MPUHAIEKAT K OJTHON JTMHTBHUC-
TUYECKOU rpynne. BpIiBoA y4eHBIX IJIaCUT: YEM paHbLIE pa3/eiUIuCh ABE MOIMYISIUU, TEM J0JIbIIE OHU
SBOJTIOIIMOHUPOBAIM HE3aBUCUMO U TeM OO0JIbIIIe HAKOMUIOCh 3aMeH, Kak B ux JIHK, Tak u B ux s3bpIkax.
KoneuHo, s13bIKM HalpsIMyl0 HE 3aBUCST OT I'€HOB, U KOPPEJALMH T€HETUYECKOrO U JIMHTBUCTUYECKOIO
POJICTBA ONPEAEISIIOTCS JTUIIThL UCTOPUUECKUMHU 00CTOsITENhCTBAMUA. HO A1 Hac BakHO, YTO 3/1€Ch OJTHO
HCCIIEA0BAHUE I0BOJIBHO YaCTO MOJTBEPKAAET IPYTOE.

XpOMOCOMbl - omoenvHble Uacmu ueiozco

Opranusm yenoBeka moznepkuBaercs 24 mHbopMalMOHHBIMH pecypcamu. DakTudecku 310 24
ornenbHbIX ToMa DHIIUMKIIOIIEJUN — xpoMocoM, KOTOpbIE HCTOPUUECKH OBLIM MPOHYMEPOBAHBI CO-
IJIACHO LUTOJOIMYECKH U3MEPEHHOMY pa3Mepy: HauOoJbIui pazmep y XxpoMocomsl 1 (tom Ne 1) u Hau-
MeHbIINI — y XxpoMocoMbl 22 (ToM Ne 22). XoTs cO BpeMEHEM BBIICHUIIOCH, YTO XpoMocoma 22 cojep-

I'moTroxpoHonorus (OT Ap.-Tped  «BpeMs» 1 AOYOG «CIIOBO», «yUCHHE») — THIOTETHYECKHH METOJX CpPaBHHUTEILHO-
HCTOPHYECKOTO SI3BIKO3HAHMS IS TIPEIIONIOKUTEIBHOTO OIIPEIeTICHIUsI BDEMEHH pa3/ieIeHHsI POACTBEHHBIX S3bIKOB, OCHOBaH-
HBII Ha TUIOTE3€, YTO CKOPOCTh M3MEHEHUS 0a30BOTO CIIOBAps SI3bIKAa OCTACTCSl MPUMEPHO OAWHAKOBOH. DTa THIIOTE3a Mpel-
noxeHa Moppucom CBozenioMm Kak MONBITKA aHAJIOTHH C PAaIHOYTJIEPOAHBIM METOJOM M3MEPEHHUS BO3pacTa OpPraHMYECKHX
BellecTB. B MMHTBHCTHKE MpemiaraeTcs OIEHUBATh «IEKCHYECKUN ToIypacnaa». OTHM METOIOM OIpeAessIeTCsl Iepuoa Bpe-
MeEHH, 32 KOTOPBIH /Ba WK Ooee A3bIKa Pa3oLUINCh OT OOIIEro Mpas3blka, IyTeM IMOACYETa KOJIMYeCTBAa 3aMEHEHHBIX CIIOB B
KaXJIOM SI3bIKE. 3aTeM BBIYHMCIIIETCS MIPHOIM3UTENBHOE BpeMs MOSBICHHUS 3TUX SI3BIKOB. [ TOTTOXPOHONOTHS ABISETCS MPHIIO-
KECHHEM JICKCUKOCTaTHCTHKH,
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xut 6osbie JJHK, uem xpomocoma 21, nopsiiok HyMepaluy TOMOB HE CTaIM MEHSTh, YTOObI HE BHOCUTh
nytranuny. OTaenbHO UAYT ABE MOJI0BbIE XpoMOCcOMBbL: X U Y (YCIOBHO UX MOXHO Ha3BaTh ToMaMu Ne 23
u Ne 24). Pa3able TOMa DHUUKIIONEANN CUIBHO OTIMYAOTCS APYT OT JIpyra Kak 10 YHUCIy CTpaHull (pas-
mep JJHKoBoro Tekcra B xpomocomax uyenoBeka Bapbupyet oT 50 10 280 MiIH. 1. H.), TaK U IO BaXKHOCTH
TOTO TEKCTAa, KOTOPBIA B HUX 3alucaH (B IEPBYIO OYEpPEb 110 YUCIY U CBOWCTBAaM IeHOB). TeM He MeHee,
TOJIBKO COBOKYITHOCTB BCEX XPOMOCOM OO€CIeYMBaeT KJIETKU MOJIHOM MHpOpManueil, mo3BOISIOIEH ye-
JIOBEKY HOPMAJIBHO Pa3BUBATBCS U XKUTh.

B DHuukiionennu kxeHUIMH B HOPME COJAEPKUTCS JUIIb 23 Toma u3 24-X, U BCe OHU MpEeJCTaBIIe-
Hbl B COMaTMYECKUX KJIETKaX ABYMs SK3EMIUIIpaMU. Y MY)KUUH JK€ B KIETKaX COACPKUTCS BCsl DHIIMK-
jonenus yeioseka (Bce 24 ToMa-XpoMOCOMBI), HO JIBa U3 HUX (XpoMOCOMbI X U Y) CYIIECTBYIOT B €1U-
HUYHBIX 3K3eMILIIpax. OTo BecbMa cTporoe npasuio. Ho, kak u moboe 1pyroe, oHO He 6€3 UCKITIOUSHHH.
B orpoMHOI 4enoBedecKoW MOIYJSIUU BCTPEYAOTCS Pa3Hble BapUaHThI. I3BECTHO MHOXECTBO XpOMO-
COMHBIX aHOMAJMH, U BCE OHM IPUBOJAT K TSKEIBIM XPOMOCOMHBIM 00Je3HsM dyenoBeka. X MoxHO
pa3ienuTh Ha JBE IPYIIBI: BBI3BAaHHbIE T'€HOMHBIMM MYTALMAMH, T. €. U3MEHEHHEM YHCIAa XPOMOCOM
(MONMIUIONIMY, aHEYIJIOWUH) TP COXPAHEHUM CTPYKTYpPBI HOCIETHUX, U 00YCIOBIEHHBIE XPOMOCOM-
HBIMHM MYTaLUSIMH, T. €. U3MEHEHUEM CTPYKTYpPbl XPOMOCOMBI (TPaHCIOKAIUH, JeJIEeLUN, THBEPCUH).

B orcyrcTBUE 11000# M3 Map TOMOB-XPOMOCOM B DHITUKJIONICANH YEJIOBEKA KU3HH KOHKPETHOTO
MH/IMBUIyyMa CTAHOBUTCSI HEBO3MOKHOMU. [IpuynHa noHATHA — HMcYe3aeT LEeNOCTHBIN MIaH-3CKU3, HE00-
XOJUMBIN JUIsl POPMHUPOBAHUS W/WIIH CyLIECTBOBaHUS opranusma. [Ipu norepe no kakum-i0o npuyruHam
TOJIBKO OJIHOM M3 Iapbl XPOMOCOM COCTOSIHME YEJIOBEKA CHJIBHO OTJIMYaeTcs OT HOpMBL. Tak, Hampumep,
u3penka y mogeit Becrpevaercs cuaapom lllepemeBckoro—TEpHEpa, KOTOPHI 00YCIOBICH MOHOCOMHUEH
110 X-XpoMocoMe. DTOT CUHAPOM COIIPOBOXKIAETCS HEAOPAZBUTUEM MOJIOBBIX OPTaHOB, HU3KUM POCTOM U
PSAA0OM BPOKICHHBIX IOPOKOB pa3BUTHsA. YacTHUHAs MOHOCOMHUS XPOMOCOMBI 5 (IIOTEPs 4aCTU KOPOTKOTO
IJI€4a 3TOM XpOMOCOMBI) IPUBOJUT K CUHIPOMY KOIIAYbEro Kpuka. Y AeTel ¢ 3TOM aHOMajaueil oTMeva-
€TCsl HEeOObIUHBIH IJ1a4, 4TO 00YCIOBJICHO U3MEHEHUEM rOpTaHU, a TaKXkKe Yeperna U JIMLA. 31eCh MOXKHO
IPOBECTU TaKyro aHayoruto. Ecnu B Tunorpaduu npu mioxoM U3JaHUU MHOTOTOMHOTO HPOM3BEIEHUS
MIPOU30MAET NOTEPS JIUIIb OJHOTO U3 TOMOB MJIM TOJIBKO YaCTH TEKCTa B OJJHOM W3 IJIaB, 3TO CIENAET W3-
JlaHKE HETIOJIHOLIEHHBIM M CYLIECTBEHHO OOEIHUT €ro JUIs YUTaTeNs.

C npyroii CTOpOHBI, TpyJHO ceOe MpEeACTaBUThb, YTO KTO-TO, MOKYIas MHOIOTOMHOE H3/IaHue,
npuoOpeTeT Kakoil-To TOM B IBOMHOM KojuuecTBe. MHOrAa mpu U31aHUM KHUT B Pe3ylbTaTe THUIIOTPa-
¢uyeckux OmMOOK 3HAYUTENbHAS YacTh TEKCTa MOBTOPSETCS HECKOJbKO pa3, uTo, OE3yCIOBHO, IJIOXO
XapaKTepU3yeT U31aTEIbCTBO U BBI3BIBACT pa3[pakeHUE y unuTaTelsd. Takoe ke «pa3apakeHue» BO3HUKA-
€T ¥ B KJIETKax OpraHu3Ma Mpu MOSBICHUM B HEM H3pelKa B CHIIY TeX WU JAPYTUX MPUYUH OOJIBIIEro
YHCJIa TOMOB-XPOMOCOM, YEM B HOPME.

Bpone 6b1 HUYEro CTpanrHOro He MPOU30ILI0 — MPOCTO ONpeereHHas MHpopMalus 1yoaupoBa-

nack. Ho u 310 yaie Bcero mpuBOIUT K cepbe3HbIM maTtojorusM. Hambonee u3BecTHas u3 HUX — 0o-
ne3Hb JlayHa, BO3ZHMKaroIIas y JitoJieHd, coJlepKaluxX Tpu XpoMocoMsl 21 (Tpucomust) BMecto aByX. Knn-
Hudeckuil cunapom Knaitudentepa obycnosnen tpucomueit XXY.
B tabnune 5 mpuBenensl obmue cBeneHus o pasmepax moiekyn JIHK, comepxammxcst B OTIETbHBIX
XpoMOcOMax, CyMMapHOM 4YMCJIE T€HOB B KaKI0M M3 XPOMOCOM M KOJIMYECTBE I'€HOB, KOTOpBIE K Ha-
CTOAIIEMY BPEMEHHU aCCOLMHUPOBAHBI C pa3HOOOPa3HBIMU MATOJIOTUAMHU YEJIOBEKA, a TAKXKeE O YHCIIe CHUII-
COB, O KOTOPBIX MBI YK€ YIIOMUHAJIH BBILIE.

[IpencraBnennsie B Ta0aMIE 5 TaHHBIE HA CETOMHAIIHUN JIEHb OTPAXKalOT XOTS U JIOBOJIBHO TOY-
HYIO, HO TIOKa €Ille HEKYIO MPUOIMKEHHYIO K a0COIIOTHON CUTYaluIo (10 CUX MOp UMEIOTCsS HeOObIIne
OTJIMYMSI TIPU CPABHEHMM PA3HbIX MCTOUYHUKOB U pa3HbIX 0a3 AaHHbIX). [IpencTout emre moaHOCTHIO 3a-
KOHYUTh CEKBEHUPOBaHME I€HOMA YeJIOBEKa, 3aTeM HEOOXOIMMO HalWTH M U3Yy4UTh (DYHKIIMU BCEX '€HOB
U JIPyrux 2JIEMEHTOB reHoMa. [loaTomy moka emie Henb3s 1aTh MOJHYH0 W OKOHYATENIbHYIO XapaKTepH-
CTHKY BCEX TOMOB DHIMKJIONEANHU yesnoBeka. Ho Tem He MeHee oOLIMii M1aH yxe sCeH, YK€ BbISBICHbI
HEKOTOpBIE XPOMOCOMO-CIIEIIU(UIECKUE MOMEHThI, 0COOEHHOCTH YCTPOICTBA OTAEIBHBIX XPOMOCOM.

OpnHoil U3 nenel ucciaenoBaHUs FeHOMA YeJoBeKa SBISUIOCh MOCTPOCHUE TOYHOW M MOAPOOHOM
KapThl BCEX 3TUX XpOMOCOM. ['eHeTnueckasi kapTa npeJICTaBIsieT CO00M CXeMy, ONMUCHIBAIOIIYIO TOPSA0K
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PacrojoKEeHUsI HA XPOMOCOME I'€HOB U JPYTUX T€HETUYECKUX JIEMEHTOB-MapKepPOB, a TAKIKE PACCTOSIHUE
Mexny HuMu. KapTsl reHoMa, Kak u reorpaduyeckue KapThl, MO)KHO CTPOUTH B pa3HOM Maciitabe. Mak-
CUMAaJIbHO BO3MOXKHBIN YPOBEHb Pa3pELICHMs], TOCTUTAaeMblii Ha T€HETUYECKON KapTe, — OJUH HYKJIEO-
TUJ, T. €. ogHa OykBa mozekynsl JJHK. B Takom BapuaHTe reHeTuueckas KapTa HE MEHEE TOYHA, YeM,
CKakeM, XUMUYecKas popMyia, aropuT™ win yeprex. Ho ams n3obpakeHus: Takux KapT reHoMma 4eso-
BeKa TpeOyeTCsl HECKOJIbKO COTEH ThICSY KHHUT.

Ha puc. 26 nzo0paskeHbl KapThl BCEX XPOMOCOM YE€JIOBEKa B YMEHBLIEHHOM MaciuTale, M03BO-
JISIOLIEM HaIJIAIHO OTPA3HUTh Psii OCHOBHBIX MapaMETPOB, XapaKTEPHBIX JIJII XPOMOCOM: pacIpe/ieiieHIe
CHMIICOB, PACIIPENEICHUE YCTAHOBICHHBIX U TMIIOTETUYECKUX I'€HOB, PACIOJIO0KEHUE IIOBTOPOB, a TaAKXKE
koinuecTBO I'L{-map HyKJI€OTHAOB B pa3HbIX yyacTKax. Eciu 3Ty KapThl paccMaTpuBaTh MO OT/IEIbHOCTH,
TO MOXET CIJIOKUTHCS BIIEUATIIEHUE, YTO OHU OYEHb ITOX0KU. Ho Npu neTanbHOM cpaBHEHUM BBICHSAETCH,
YTO HA CaMOM JIeJIe OHU CYIIECTBEHHO OTJIMYAKTCA. «Y30pbD» PACIOJOKEHUS Pa3HBIX JJIEMEHTOB Ha
IIPEICTAaBICHHBIX KapTax BECbMa MHAMBUYAIbHBI JUIsl pPa3HBIX XPOMOCOM, UX MO>KHO CPaBHUTH C MAIMJI-
JISIPHBIMU y30paMHU MaJIbLEB, KOTOPbIE CTPOro CrieUU(PUYHBI I KayK0T0 YeJIOBEKa.

Tabnuua 5. O01as xapakTepUCTHKA XPOMOCOM —
N3 6a3w1 nanubix Ensembl http://www.ensembl.org (okts6ps 2002 1.)

Copepacanne | Munmmamuaoe Yneno rewon, e o
Xpomocoma | JIHE, OUEHOMHOE ACCONMHPORI HHLIX | CHEIICOR,
BIHL L H. EOIHYCCTRO FEHOR | € DOMesn M TRIC.

1 263 2247 157 180
2 255 1558 104 16%
b 214 1213 s 104
1 203 LN 67 111
] 1% 142 52 114
L] 18% 1195 e 1] 128
7 171 1132 ) 121
] 155 TH0 53 ]
a 145 500 b 131
10 144 Hon G 110
11 144 1230 145 a2
12 143 1089 92 77
14 114 484 33 0]
14 104 57 54 54
15 1146 745 49 %]
16 4R La6 G 72
17 o2 12046 s ]
15 55 A58 A0 5]
14 G7 1447 il 34
20 63 RS 36 48
21 5 204 23 hh
22 5l 464 41 47
X 164 717 2H B5
Y 59 B2 3 27
Clymma b oLFi 22087 1705 2101
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Tenepp paccMOTpUM IO OTAEIBHOCTH KpaTKue aHHoTauuu coneprxanuto JJHKoBbIx TekcToB ye-
JIOBEKA, pacIojIOKEHHBIX B 24 ToMax-xpoMocoMax. Haunem mo nopsijaky, T. €. ¢ camoii 601b1110i1 XpoMo-
COMBI 1107, HOMepoM 1.

Xpomocoma 1

Ota HaubobIIas Mo Gpu3ndeckuM pasmepam u no coxaepxkanuto JJHK xpomocoma uenoseka. Ha
ee oo npuxoautcs noutu 10% renoma uenoBeka. [Tockonbky xpomocoma 1 camasi GosbIuasi, TO BIIOJI-
HE €CTECTBEHHO, YTO B HEM COJEP>KUTCS OOJbIlle BCErOo T€HOB U OO0JIbIlIe BCErO CHUIICOB, TO €CTh IOJH-
MOpGHBIX y4acTKOB. Ilo mociaeqHUM OlLleHKaM YMCIIO TEHOB B 3TOM Xxpomocome mpubmmxkaercs k 3000.
['eHbI U CHUIICHI PACIIOI0KEHBI HEPABHOMEPHO BI0JIb XPOMOCOMBI, OHU MIPAKTUYECKH OTCYTCTBYIOT B 00-
JIACTH LIEHTPOMEDPBI.

[Tomasistomas 4acTb CHUIICOB KOHIIEHTPUPYETCS B TPEX y4acTKax XpoMmocoMsl 1. B atoi xpomo-
COME MMEETCsl MHOXKeCTBO (mopsiika 160) reHoB, CBSI3aHHBIX C Pa3HOOOpPA3HBIMU 3a00JIEBAHUSMU YEJIO-
Beka. MHorue u3 3Tux OoJie3HEH e/iBa JIM 3HAKOMbI YUTATENI0, HO JJI T€X, KTO C HUMH CTOJKHYJICS B
KHU3HH, OHM SIBJISIFOTCS KaK MPaBUJIO OYEeHb 00JbIoi Oenoii. [lepeuncium nuib HEKOTOpPbIE U3 HUX, CBA-
3aHHBIE C TEHaMU XpOMOCOMBI 1: Gone3Hp Aublreiimepa, Heiliponartusi—2a, 6one3np 'ome, cunapom Ye-
nuaKka—XuUracy, pak IpoTOKOB MOJIOYHOM JK€JI€3bl, KApAUOMHUOIATHUS, KaTapaKTa, 3KTOAepMajbHas JUC-
TJ1a3usi, TUIOTHPOUAN3M, OocTpas JuMmQoOiaacTHas JekeMus, HeHpoOIacTomMa, paKk MpPOCTaThl, aTepo-
CKJIEPO3.

Xpomocoma 2

Oto BTOpas Mo pazMepaM xpomocoma. Haubosnpias IIIOTHOCTh CHUIICOB UMEETCSI B pallOHE LIEH-
TPOMEPBI, a BOT MOBTOPHI 31€Ch IIPAKTUYECKU OTCYTCTBYIOT. Ha enuHuIly JUIMHBI B HEW COIEP/KUTCS 3a-
METHO MEHBbIIE '€HOB, YeM B XpoMocoMe 1 u psze apyrux xpomocom. TeMm He MeHee, 4uciIo 3a00s1eBa-
HUMH, CBA3aHHBIX C MYTAlMsIMU B IeHaX 3TOM XPOMOCOMBI, I0CTaTOYHO OosblIoe. BOoT HEKOTOpBIE U3 HUX:
CUHApPOM AJjbCTpeMa, rojonpo3eHuedanus 2, aucTpodpus OonblIeOepoBOM MBIIIIBI, ayTOCOMHO-
pelieccuBHast II1yxoTa—9, TucTpodus MBI KOHEYHOCTH 2b, pak MpsMOW KUIIKH, HUCTUHYPHS, AUA0ET,
¢ubpomaTo3uc, rUNOTUPOUIN3M, OXKupeHue, 6one3np [lapkuHcona, TpomOodunus, cunapom Bannen-
6epra, cunapom ['nnbepra u ap.

Xpomocoma 3

OT0 ewie o/iHA JIOBOJIbHO Oojibliast XxpoMocoMma. B oTiauune or XpoMocoMbl 2 y Hee B 00J1acTH
LEHTPOMEPHI COAECPIKUTCS MaJO KaK CHHUIICOB, TaK U MOBTOpOB. Hanbosbliee KOJIMYECTBO CHUIICOB pac-
IIOJIOKEHO ONMIKE K KOHIIAM 3TOM XpOMOCOMBI, a HauOOJIbIIIEE YUCIO T€HOB — Ha KOPOTKOM Iuieue. ['e-
HBI, COJepXKalecs B 3TOM XpoMocoMe, CBsi3aHbl ¢ Oosee yem 90 pa3nuyHbIMU 3a00JI€BaHUSIMH, CPEIU
KOTOPBIX MOKHO OTMCTHUTHL TAKHEC, KaK KapAWMOMHOIIATHA, pPaK pr[MOfI KHNIIKH, KOHOpeKTaJILHBIfI pak,
auabeT, TEMOJUTHYECKasT aHEMHUsI, TUITOKAJIbLIEMHsI, MUEJIOUHBIN JIeiiko3, B-kinerounas numdoma, Muo-
TOHHUYCCKAsA NUCTOHUSA, KaApUUHOMA ITOYKH, HIHSO(bpeHI/IH.

Xpomocoma 4

I'enbl, HOBTOPHI ¥ CHUIICHI PACIIPENEIEHBI B XPOMOCOME 4 TOBOJBHO PAaBHOMEPHO (32 UCKIIFOYEHHU-
€M pailoHa LIEeHTPOMEpHI, TJI€ BCE OHU NPEICTaBICHbI MajibIM KojaudecTBoM). [lomcunrano, yto oOuiee
YHCJIO FEHOB 3/1eCh MEHbIIIE, YeM B CPEeIHEM Ha eIMHUILY JJIMHBI reHoMa. Cpeau 3a001eBaHui, acCoMU-
POBaHHBIX C MyTalMU B T€HAX 3TOM XPOMOCOMBI, MOKHO OTMETUTh Takue, Kak IuchuOpruHOTreHeMus,
Oose3Hb XaHTHHITOHA, CUHAPOM Dirca—Ban-KpeBenbia, TinoXoHporia3us, THIOTOHAAN3M, MaHHO-
3uno3uc, 6onesnp [lapkuHcona, peHunkeTonypus, cuaapom Purepa, ocTpblii UMMYHHBIN 1eULIAT, CUH-
npom Bonbdpama, CKIOHHOCTb K alIKOTOJIU3MY U JIp.

Xpomocoma 5

BonbIIMHCTBO T€HOB ATOM XPOMOCOMBI CKOHLEHTPUPOBAHO B JBYX 00JACTAX JUIMHHOIO IUieYa U
OJTHOM paiioHe KOpPOTKOro Ojrske K ero KoHiy. MiMerorcst 1Ba paiioHa, pacmoiI0KEeHHBIX BOKPYT LIEHTPO-
Mepbl, o0oramieHHble cHuncamu. C reHaMu XpoMOCOMBI 5 CBSI3aH psiJl TSDKENbIX 3a00JIeBaHUN: Meralo-
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IJIACTUYECKAasl aHEeMUs, KOJOPEKTaJIbHBIA paK, KamMIIspHAas TeMaHTHoMa, TUCTPOQUS POTOBUIIBI, ayTO-
COMHO-JJOMHUHAHTHAsl TIyxoTa, cuHapoMm [apmHepa, Gone3np ['mpiicnpyHra, KeToaluTos, OcTpas IMpo-
MUEIOIUTHAS JIEHKeMHUsI, MBIIIIEYHAs TUCTPOUS, MHETOAUCIIACTUYECKUN CHHAPOM, acTMa U Jp.

Xpomocoma 6

I110THOCTE M T€HOB M CHUIICOB HAWOObIIAs B HECKOJILKUX paﬁOHaX Ha KOPOTKOM IIJICUC TOH
XPOMOCOMBI, @ BOT IOBTOPBI pacrpeieeHbl B0Ib XPOMOCOMBI JOBOJIBHO PABHOMEPHO (MX MajiO TOJIBKO
B obnacTtu neHtpomepsl). C reHaMu XpoMOCOMBI 6 CBsi3aH psiji IaTOJIOTUN YesloBeKa: AualdeT, CIMHOoLe-
peOpanbHast aTpodusi, TeMOJIUTHYECKAsE aHEMUS, APTUHUHEMHUS, TUCIIEKCHUS, TeMaTOLEUTIOsIpHas KapIy-
HOMa, JIEWKeMHUsI, MHO>KECTBEHHasi Muesioma, 6os1e3Hb [lapkuHcona, TpoMOoduIns, YyBCTBUTEIBHOCTD K
TyOepKyInesy u Jp.

Xpomocoma 7

[110THOCTH CHUTICOB HAaMOOJIBINAS B IPUIICHTPOMEPHOM 00JIACTH ITTMHHOTO IIeYa 3TOM XpOMOCO-
Mbl. A BOT T'€Hbl PacHoOJIOKEHbI JOBOJBHO PAaBHOMEPHO BJOJIb XPOMOCOMBI, 33 MCKIOUYEHUEM OJHOIO
ydacTKa B CepeAMHEe JUIMHHOIO IJieya, I/ie COepKUTCA Haubompuiee ux konuyectBo. Cpeau 3aboseBa-
HUMN, aCCOLMMPOBAHHBIX C TEHAMHU XPOMOCOMBI 7, MOKHO OTMETUTh TaKH€E, KAK XPOHUUECKUI IpaHyIoMa-
TO3, PaK MpPSIMOM KUIIKH, KUCTO3HBIM (rOpPO3, ayTOCOMHO-JJOMUHAHTHAs TIIyXO0Ta, BsUlas KOXa, dpUTpe-
MHUSs1, TEMOJIUTUYECKAsT aHEMHUsI, KAPIIMKOBOCTh, (PAMHUIIbHBIN THIEPUHCYTUHU3M, BPOXKICHHAS MUOTOHUS,
OCTEOIIOPO3, TAHKPEATUT, TPUTICHHOT€HOBAsI HEOCTATOYHOCTh, 00JIE3Hh KOPOHAPHOU apTEepUH U JIp.

Xpomocoma 8

BonbIIMHCTBO CHUIICOB B 3TOM XpOMOCOME CKOHLIEHTPUPOBAHO Ha KOHLIE KOPOTKOIO IjIeya, a Ha
KOHII€ JUIMHHOI'O IJIe4a UMeeTcsl 00J1acTh, CHIIbHO oOoraiieHHas reHaMu. Yuciao reHoB, acCOUMUPOBAH-
HBIX C 3200JI€BaHUSAMH, B XpPOMOCOME 8 OTHOCUTENbHO HebobIoe. Cpen HUX UMEIOTCS TeHbl, MyTalluu
B KOTOPBIX IMPUBOJAT K TaKUM 3a00JIEBAHUSM, KaK XOHAPOCAPKOMA, SMUJIEICHUS, TUIIOTUPOUAU3M, CHUH-
apom Ilpaddepa, BocnpuuMUuBOCTh K aTepockiepo3y, cuHapoM Beprepa, numpoma bepkutra, cdepo-
LIUTO3 U P IPYTHX.

Xpomocoma 9

311ech U CHMIICHI, U TOBTOPHI, U T€HbI pacHpeieeHbl OYeHb HEPAaBHOMEPHO BJOJb XPOMOCOMBI.
Kpowme Toro, xpomocoma 9 oborarieHa CHUIICAMU IO CPAaBHEHUIO C APYTUMU XpOMOCcOMaMH (IIpU pacyeTe
UX YMcia Ha eqUHULY JyuHbD). [Ipu 3TOM Hambosbliee UX YUCIO CKOHIEHTPUPOBAHO B MPULIEHTPOMEP-
HOM o6sacTu nnuHHOrO eda. OTHOBPEMEHHO 3Ta ke 00J1acTh, HA000poT, 00eqHEeHa oBTOpamMu. Llenbrii
psin 3a007eBaHUN ACCOLIMMPOBAH C MYTAISIMU B F€HAX XPOMOCOMBI 9: anbOMHU3M, KapIIMHOMa 0a3aibHbIX
KJIETOK, HEAOCTATOYHOCTD KapHI/ITI/IHaIICTI/IJ'ITpaHC(i)epaSBI, TOP3WOHHAA OJUCTOHMSA, SIIMTCIMOMA, TUIICPI-
JUIMHEMUS, aHTHOMHUOJIMIIOMA, raJlakTO3eMUsl, XpOHUYEeCKasi MUEJIOUAHAs JeHKeMus, MeJlaHoMa, Topdu-
pHsi, CTOMATOLMTO3, CUHIIpoM Bankepa—BapOypra.

Xpomocoma 10

OTa XpoMOCOMa SIBJIAETCSA CPEAHEN IO YHUCIY COAECPKAIIUXCSA B HEM I'€HOB, IOBTOPSIOIIUXCS y4a-
CTKOB M CHHUIICOB HAa €QWMHULY JUIMHBI, HO pacHpeieseHue X M0 XpOMOCOME JalIeKO HE PaBHOMEPHOE:
HECKOJIbKO yYacTKOB Ha JUIMHHOM IUI€Y€ CUIIbHO 0OOoTralleHbl reHaMu u cHuncamu. Cpenu 3a00yeBaHuiM,
ACCOLIMMPOBAHHBIX C 3TOM XPOMOCOMOM, MOKHO OTMETHUTh TaKHE, KaK KapJUOMHUONATHs, [T0YEYHasl TH-
nepruiasus, KarapakTa, 6onesus [ upuicnpynra, cunapom Jxekcona—Belicca, octpas T-knerounas jiei-
kemusi, Oosie3Hp [omre, rmuoOnacToma, runeppeHmIaIaHUHEMUs], SHIOKPUHHAs HEOI1a3Usl, HaclelCT-
BEHHasl HelpomnaTrus, aJeHOKapIMHOMa MpPOCTaThl, MIM33HLEdaTNsI, OpHUTHHAMUHOTpaHchepa3Has He-
JOCTaTOYHOCTb.

Xpomocoma 11

Ha KOHIIC KOPOTKOr'o 1uicda U B NPULCHTPOMCPHOM paﬁOHe JJIMHHOI'O IIJI€4a 3TOM XPOMOCOMBI
HMECT MECTO KOHICHTpAaHsA r¢HOB. ConepmaHHe CHHUIICOB ITOBBIIICHO JIMIIIb B paﬁOHe KOHIIa KOPOTKOIr'o
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ieya, a BAOJb XPOMOCOMBI OHO OTHOCHUTEIBHO OMHAKOBOe. OT 001Iero uncia reHoB 3TOH XpOMOCOMBI
JI0JIS1 TEHOB, C KOTOPBIMU aCCOLMHUPOBAHHBI Pa3JIMYHbIE MAaTOJIOTUH, 3/IeCh O1HAa U3 Haubonbiux. Cpeau
3a00JeBaHUM, ONpeeNsieMbIX TeHHBIMM MYyTallUsIMH B XpoMocoMe 11, UMeIoTCs Takue, Kak allbOMHU3M,
aMIION/103, 3JI0KaYeCTBEHHAsI aHEMUs, He- XO/UKKUHCKasg JTuMpomMa, pak rpyAH, paKk MOYEBOIO Iy3bIps,
paKk mpocTaThl, INIyX0Ta, 3pUTPEMHUs], TUIIEPIPOTPOMOUHEMUS], OCTPbII KOMOMHUPOBAHHBIH MMMYHO/IE-
¢bunuT, Myxckoe Oecruiofue, MHOXKECTBEHHass MuenoMma, aHoManus llerepca, ceproBHUIHOKIETOUHAS
aHeMus, TajacceMusi, TPOMOOIUTONCHUS, TUTMEHTHAsE KCEpOAepMa, aJipeHOKOPTUKAIbHAs KaplLHUHOMA,
HACJIEICTBEHHAs! aHTOWJEMHUS, THIIEPIPOUHCYIUHEMUS, NTaparaHriauoMa, MapaTUPOUAHBIN aJeHoMaTo3,
OCTEOIOPO3 U Ap.

Xpomocoma 12

Ota XpomMocoMma SBIISETCS CpeaHell Mo OONBIIMHCTBY MapameTpoB. ['eHbl pacnpesneneHbl B Hell
BechbMa HepaBHOMepHO. C HUMM acCOLMUPOBAH PsiJl 3a00JI€BaHUI: alpeHONICHKOAUCTPOPHS, aMHIIOUI0-
3HC, 3JI0KAYECTBEHHAss HEXO/KKUHCKas JUM@OMa, pak NpsSMON KHILIKH, SM(pU3EMa, dHYpe3, 3aJeprkKa
pocTa, reMOJIMTHYECKas aHEMHUs, KEpaToiepMa, JINIIOMa, MHOKECTBEHHBIN JIMIIOMATO3, HACJIECICTBEHHAs
MUOMATHsI, 0CTE0apTPO3, (PEHUIKETOHYpHUS, aJIEcHOMA CIIOHHBIX XkeJe3, cuHApoM Barnepa, 6051e3Hb GoH
Bunnebpanna, rucTuJMHEMUS U 1.

Xpomocoma 13

KopoTkoe mieuo 3Toii XpoMOCOMBI MOKa IJI0XO CEKBEHHPOBaHO. VIMeeTcss KOHLEHTpalus CHUII-
COB B pailoHe LIEHTpOMEepHl Ha JJIUHHOM IIjieye. XpoMocoMa 13 OTHOCHTENBHO JIPYTUX XPOMOCOM 00e-
HeHa reHamu (Ha 1 MuiH. OyKB B HEll B cpeJHEM IPUXOJUTCS BCEro OoKojio 5 reHoB). Haubonpinee ux xo-
JIMYECTBO COJIEP)KUTCS Ha 000MX KOHIAX JUIMHHOIO Ijieya. TeM He MeHee, psij TKeNbIX 3a00JeBaHUN
aCCOLIMMPOBAH C MYyTallIMU B F€HAX 3TON XPOMOCOMBI: PAK MOYEBOTO MY3bIpPsl, INIyX0Ta, HEJOCTATOUHOCTh
¢bakTopoB cBepThiBaeMocTd KpoBu VII u X, mplmeynas auctpodusi, MaHKPEaTUYECKUH areHe3uc, pak
IOJDKETYJ0YHOH JKene3bl, IMHealoMa, PeTUHOoOIacToMa, 001e3Hb BuiicoHa, MUrMeHTHas KcepoaepMa u

Ap.

Xpomocoma 14

ITo kapTuHE pacnpeneneHysl TeHOB, OBTOPSIOIINXCS OCIEI0BATEIbHOCTEH U CHUIICOB 3Ta XpPOMOCOMA
BeChbMa HaroMHHaeT xpomocomy 13. Ee kopoTkoe mieuyo Takxke jpoiroe Bpems (10 siHBapsa 2003 r.) He
ObUT0 cexkBeHHpoBaHO. Ho Mo unciay TeHOB pa3inyus MEXIy ABYMsI STUMU XPOMOCOMAaMHU 3HAYUTENbHBI
(B xpomocoMme 14 ux mpumepHO B /1Ba pasza Oosblie HAa eJUHULY JJIMHBI). B XpoMmocome 14 comeprkarcs
IeHbl, BaXKHbIE JUIsI pabOThl UMMYHHOM cucTeMbl. C MyTauusMu B ee reHax (ux okoio 60) cBsizaH psia
cepbhe3HBIX 3a0o0yieBaHMii: paHHsAs Gopma Oose3Hu Asbureiimepa, pasHble (OpMbI IOTEpU CilyXa, Kap-
JUOMUONATHS, TUCTOHMSL, SJUTMIITOLUTO3, PUOPOIUCIUIA3US, TUIIEPTUPOUIN3M, CPEPOLUTO3, PEHUIIKETO-
HYpHsl, THPOMIHAS aIcHOMA, TEMIIEPaTypOUYyBCTBUTEIbHBII alloNTo3, araMMarioOuHEMHUS.

Xpomocoma 15

DTa XpoMOCOMa TOXKE MOKa CEKBEHUPOBaHa HE MOJHOCTHIO. B Hell mMeeTcss HECKOJIBKO 00J1acTel,
00OTaIeHHBIX CHUIICAMH U T€HAMH, KOTOPBIE PACIIOJIOKEHBI B Pa3HBIX Y4acTKaX IJIMHHOIO miiedya. Muk-
poJeNenuu B OMPEICTICHHOM paiioHE XPOMOCOMBI 15 MPUBOIAT K BOZHUKHOBEHHUIO CHHIpPOMA DWHKE-
MeHa u cunapoma I[Ipanepa—Bunnu. BeisiBneH 607b110# criekTp 3a00jeBaHUM, aCCOIMUPOBAHHBIX C MY-
TalsMU B T€HaxX 3TOM XpOMOCOMBI: aibOMHU3M, cuHApoM baprrepa, cunapom bitoma, ruHekomacTus,
ocTpasi MPOMHUEJIOLUTHAS JICHKEeMUs, THIIOMEIaH03, MBIIIeYHas: TUCTPOous, IN30PPEHUS, TUPOSUHEMHSI,
SUWIIEIICHUA U PAA JP.

Xpomocoma 16

B »T0li XpomMocome coaep:kaHue T€HOB HA €IUHUILY AJUHBI BBIIIE CPEAHETO MO TeHOMY. bolb-
IIUHCTBO T€HOB, KaK W OOJBIIMHCTBO CHUIICOB, CKOHIIEHTPUPOBAHO B 5—6 oOmactsx xpomocomel. C re-
HaMU XpOMOCOMBI 16 CBsI3aH psiJi CepPhEe3HBIX TEHETUYECKUX 3a00JIeBaHM, TAKHUX, KaK paK TPyIH, pak xKe-
JyJaKa, CAHAPOM [ uTelbMaHa, XpOHHYECKUN TPaHyJIOMAaT03, SPUTPOLIUTO3, O0JIe3Hh PHIOBUX TJjia3, Tremna-
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TUYECKU TIIMKOTeHe3, ab(da-TamacceMusi, OJIMKKUCTO3HAs 00JIC3Hb MOYCK, MUCIIOUTHAS JICHKEMUSs, Kap-
[IMHOMA SIMYHMKA, CIIACTHYECKas Maparuierys, THPO3UEMHUs, MYKOIOIHCaxapoua03, cuHapoMm Jlnmamia,
6051e3up MOpKHO U Ip.

Xpomocoma 17

3/1ech TakKe MMEET MECTO JOBOJIBHO BBICOKOE COJEPKaHUE ME€HOB II0 CPABHEHHIO C JPYTUMH XPOMOCO-
MaMmu (IIpH IlepecueTe Ha €AMHUILY JUIMHBI). BBIIBICHHBIE T€HBI, TaK K€ KaK U IIOBTOPHI M CHUIICHI, pac-
IIPEACIICHBI BJ0JIb XPOMOCOMBI HEPABHOMEPHO. BOJIBIIMHCTBO CHUIICOB CONEPKUTCS B palilOHAX JIMHHO-
ro U KOPOTKOTo Ijieuell, mpuiexanmx K 1eHrpomepe. Psaa 3abosieBaHuil acconMupoBaH ¢ MyTalsiMi B
reHax 3TOW XPOMOCOMBIL: CIIOPAJUYECKUIl paK IPyAH, paK MPsSMOM KUIIKH, 1uadeT, Oyyule3HbId snuaep-
MOJIM3, TEMOJINTUYECKAs: aHEMHUsI, JCCCHIMaIbHas TUIIEPTOHMS, PAK SA3bIKA, OCTPAsi JICHKEMMUs, MbIILICUHAs
TUCTPOQUS, MUOCTEHUYECKUN CHHIPOM, MHUEJIONEePOKCHIa3Hasi HEIOCTATOUHOCTb, HACJIEICTBEHHAs! MHUO-
TOHHMS, HelipoOlacToMa, pak sIMYHUKa, CHHApoM BaTcona u ap.

Xpomocoma 18

Kaxk o61iee unciio TeHOB, TaK U YKCIO TE€HOB, MYTallUd B KOTOPBIX CBA3aHBI C TATOJIOTHSIMU YEJI0-
BeKa, B HE OTHOCUTENLHO HEBENHMKO. B 00iacTu eHTpoMephl MPaKTHUYECKU OTCYTCTBYIOT T'€HBI, TIOBTO-
PBI ¥ CHUTICBI. MOKHO OTMETUTh KOHIICHTPAIIUIO CHUIICOB B IPUIICHTPOMEPHOU 00JIaCTH KOPOTKOTO Tijie-
4a 3Toi Xpomocombl. Cpean 3a00JeBaHUM, aCCOIMUPOBAHHBIX C 3TOM XPOMOCOMOM, HMEIOTCS aMUJIOU-
7103, paK MPsSMOW KHIIKH, OyJIIIE3HBIN SMUACPMOIIHN3, PaK MOKEITYIO0UYHOMN Kee3bl, B-kierounas nerike-
MuUs/TuMpoMa, SPUTPONIOITHYECKAsE TPOTOTOPGUPHUS U AP.

Xpomocoma 19

JIHK, Bxonsuias B 3Ty XpOMOCOMY, UMEET pa3Mep 0KoJIo 67 MIIH. 1. H. Ee 0cCOOEHHOCThIO SIBIISET-
csl TO, YTO OHa Hambosee Oorara I'll-mapaMu HYKJI€OTHIOB MO CPABHEHUIO C JPYTUMHU XPOMOCOMaMH 4e-
noBeka. B Hell Takke conepkutcs O0JbllIee, Y4eM TEOPETUUECKH MOXKHO OBLJIO pacCUUTaTh, YUCJIO TE€HOB U
MOJJOOHBIX UM YYacCTKOB (3KCIPECCUPYIOLIMXCS MOCIe10BaTeIbHOCTEH, Tak Ha3biBaeMbIXx ESTS), uto Ha-
xoauTcsi B coorBeTcTBUU ¢ BbIcOKUM ['1l-comepxxanuem JIHK sToit xpomocomsl (Ha 1 MIIH. I.H. mpHUXO-
IUTCs 23 reHa Npu CpeJHEM 3Haue€HUHU 1o reHoMy okoso 10). Eme ogHO oTiauume 3TOH XpOMOCOMBI OT
JPYTUX 3aKJIIOYAETCS] B TOM, YTO B HEW UMEIOTCS MOCIIEI0BAaTENbHOCTH, KOTOPbIE TOMOJIOTHYHbI IOCIIE10-
BaTEIbHOCTSAM, PACIOJOKEHHBIM Ha IIECTHAALATH APYTHX XpPOMOCOMax uenoBeka. Kpome Toro, s
XpoMocoMBl 19 xapakTepHa HauOOJbILIAs MJIOTHOCTh PACHOIOKEHHUsI MUHHUcATeIUTOB. Cpenu 3aboseBa-
HUH, aCCOIMMPOBAHHBIX C ITOH XPOMOCOMOM, UMEIOTCSI TAaKUE CEphEe3HbIE MATOJIOTUH, KaK rUnepTpodu-
yeckas KapJAMOMHUOINATHSA, paK MpsIMOW KHILIKH, LiepeOpasibHas apTepuomnaTHsi, caxapHblil uavonaruye-
CKUIl MabeT, TuNepIunonpoTenHEMHUs, HACIEACTBEHHBIH THIIOTUPOUIU3M, OcTpast TuMpoOIacTHas Jei-
KEeMHUsI, MUOTOHUYECKas TUCTPODUs, SPUTPOLIUTO3, ATEPOCKIIEPO3 KOPOHAPHOU apTepUu U MHOTHE JP.

Xpomocoma 20

Xpomocoma 20 crana TpeTbeil MO0 BpEMEHHU MOJTHOCThIO CEKBEHUPOBAHHOM XPOMOCOMOM U€I0BEKA.
[To pa3mepy 3Ta XpoMOcOMa COCTaBIIAET BCETO OKOJIO JIBYX IMPOIEHTOB INE€HETUYECKOI0 KOJa TEHOMA 4e-
JoBeKa. ['eHbl, MOBTOPBI M CHUIICHI paCIpeAesieHbl BAOJIb XPOMOCOMBI BECbMa HEpaBHOMEpPHO. B Hacrosi-
miee BpeMsi BBIABJICHO, 4TO B XpoMocome 20 Hapsaay ¢ 600—700 renamu, pacmoyioxKEHHBIMU B HECKOJIBKUX
OCHOBHBIX 00JIACTAX, CONEPKUTCS MHOKECTBO (0kojo 170) mceBaoreHoB. ['eHbl ATOM XPOMOCOMBI HECYT
nH(pOpMaIUIo 0 psne 3a00JEeBaHUN YETIOBEKA, HAUMHAS OT OKUPEHHS M SK3E€MbI M 3aKaHYMBasI CIIA00yMHU-
eM U katapakToi. C MyTalsiMi B TeHaX XpoMocoMbl 20 CBsI3aHBI TaKHE TeHETUYECKHE 3a00IeBaHMs, KaK
6ones3np Kpeitndensaa—SIAkoba, Tsokeable HapyIICeHUs] HIMMYHHOW CHUCTEMBI, OOJE3HU cepjla, acTMa,
CKeJIeTHAas JUCIUIa3Hs, TenaTorIeHOMeranus, 11adeT u ap.

Xpomocoma 21

DTa XpoMocoMa SIBJIIETCS CaMOW MaJICHBKOHW IO pa3MepaM U WH(POPMAIMOHHON eMKOCTH (Ha ee
nomo mpuxonutcs He 6onee 1,5% ot Bcero reHoma udenoBeka). Ho cekBeHMpoBaHa OHa ObLIa TOJNBKO
BCJIeNl 3a XpoMocomoil 22. Huciio reHoB B XpoMocoMme 21 OTHOCUTENbHO HeBenuKo. [Ipu pazmepe okoso
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50 MJIH. map HYKJIKOTHJOB B HEH OOHapy:KeHO MOKa ToyibKo okoyio 200 reHoB. [lna cpaBHeHus, 22-as
XpoMOcoMa TpH 4yTh O0JbIIeM pazMepe (56 MIIH. map HyKJICOTHI0B) coaepxkuT moutd 500 rernos. Muo-
r7la TOBOPSAT, 4TO 21-as XpoMocoMa IMpesCTaBIseT U3 ce0sl «reHOMHYIO MyCThIHIO». B Hel, Hanpumep,
€CTh YYacTOK JUIMHOM B 7 MIIH. ap HYKJIEOTUIOB (3T0 Oosiblie mojgHoro reHoma 6akrepun Escherichia
coli), coneprkamuii TOJILKO OAMH r'eH. ViMerommuecs: reHbl KOHIEHTPUPYIOTCS TJIaBHBIM 00pa30M Ha KOHILE
JUIMHHOTO T1JIeYa, & CHUIICHI — B 00JIaCTU LIEHTPOMEPHI.

Xpomocoma 21 XOpoII0 U3BECTHA TEM, YTO IPU HAJIMYKE B KJIETKaxX TpeX ee KOMUN BO3HUKAeT 00-
ne3nb [ayna. [lpeamonaraercs, 94To u3-3a Majoro 4ucia reHOB B ATOM XpOMOCOME JIt0/I1, OOJIbHBIC CHH-
npomoM JlayHa, JOXKHUBAIOT 0 B3pOCIOrO COCTOSIHUSA (TOrAa Kak JETH C TPEMsI KOIUSMHU JIPYrUX XpOMO-
COM, KpOME IOJIOBBIX XpoMOocoM X U Y, IOCIJIE POKIACHHUS )KUBYT BCETO HECKOJIBKO JHEN).

MyTanuu B reHax XpoMocoMbl 21 criocOOHBI BBI3BIBaTh TaKUE Cephe3HbIE OOJE3HM, KaK TOJIOMPO3IHIIE-
¢banuro, cMHIPOM Y1liepa U HEKOTOpble (POPMBI 37I0KaUE€CTBEHHBIX OIYXOJIEH.

Xpomocoma 22

JHK »310i1 XpoMocombl ObL1a ceKBeHUpOBaHa MepBoii (1exadps 1999 r.), mo3romy oHa U onMcaHa
6onee moaHO. B xpomocome 22 octanuck Hepacmu(poOBaHHBIMUA BCETO HECKOJBKO y4acTKoB (MeHee 3%
nuHbl JIHK). Ona conepxut okosno 500 renoB u 134 nceBnorena. Bee 311 renHble nociie10BaTEIbHOCTH
BMECTE C BHYTPUTCHHBIMH HEKOJIUPYIOIUMH pailoHaMH (MHTPOHAMM) COCTAaBISIOT Bcero 13 MulH. m. H.
Cpenu TeHOB, MPUCYTCTBYIOIIEH B XpoMocoMe 22, UIMEIOTCS TaKue U3BECTHBIC, KaK T€Hbl HMMYHOTTIO0Y-
JIMHOB, TCHHBIC CEMEWCTBA, KOJUPYIOIINE PAa3IUYHbIC (DEPMEHTHI, alOJUMONPOTEUHB U KPUCTAJUIAHEIL.
[Togcuurano, 4yTo cpeaHUN pa3Mep reHa 3Toil XpoMocoMbl — 19,2 ThIC. M. H., XOTSI CaMblii MaJIeHbKUM
COCTOUT JIUIIb U3 | THIC. T. H, a camblid O00bIION — U3 583 ThIC. 1. H. HEeCKOIbKO T€HOB comepxKaT TOJIb-
KO OJIH 3K30H, HO, C PYTOi CTOPOHBI, UMEETCS T€H, COCTOSIIIUM aK U3 54 3K30HOB.

BenuunHbl 5K30HOB BapbUPYIOT OT 8 110 7,6 ThHIC. M. H. Y CTAaHOBJIEHO, YTO JBa U3BECTHBIX I'€HA JIO-
KaJTM30BaHbl B MPOTSHKEHHBIX HHTPOHAX JBYX JIPYTUX T€HOB («TE€HHBIE MaTpelikuy»). UTo kacaeTcs nces-
JIOT€HOB, HAa UX JIOII0 MpUXoauTcs Bcero 204 ThIC. I. H., MpUYeM OOJBITUHCTBO — 3TO MPOIECCUPOBAH-
HBIE TMICEBJOTEHBI, T. €. Y HUX OTCYTCTBYIOT UHTPOHBI. VY CTaHOBIEHO, UYTO IICEBJIOT€HBI XPOMOCOMBI
22 B OCHOBHOM OTHOCSITCSl K CEMEHCTBAaM UMMYHOTJIOOYJIMHOB, KPUCTAJUTMHOB, ITMTOXPOMOB U 1ip. OOHa-
PY>KEH TOJIBKO OJUH KJIacTep, COCTOSIIUN U3 26 MCEBIOTEHOB, PSAIOM C IEHTPOMEPHON 00JaCThI0 XPOMO-
combl. MaTeMatnueckast o0paboTKa MOJYYSHHBIX JAHHBIX TTOKa3alia, 9YTo €Ile OMpe/IeICHbI HE BCE TeHBI U
MICEBJIOT€HBI XPOMOCOMBI 22. Pa3nuuHble MOBTOPSIOLIKMECS OCIIEI0BATEIbHOCTH, KOTOPbIE HE KOJUPYIOT
6enku, coctaBisioT 41,9% 310l Xxpomocombl. Alu-nmoBTOpsI HOPMUPYIOT OJIOKU B pallOHE LIEHTPOMEPHI U
MOYTH B LIEHTPE JUIMHHOTO ILJIeya.

Jnst xpoMocoMbl 22 B HACTOSIIEE BPEMsSI YCTAHOBJICHBI (DYHKIIMM TPUMEPHO TOJIOBUHBI T€HOB.
Oxkono 160 reHoB, pacno0KEHHBIX HA XPOMOCOME 22, MOKa3bIBAIOT 3HAYUTEIbHYIO TOMOJIOTHIO C TeHa-
MU MBI, HecMoTps Ha cBou HEOOIBIIME pa3MEPhl U MaJIO€ YUCIIO TEHOB, €€ MaTOJIOTHSI YCTAaHOBJICHA
IIPH HEKOTOPBIX T€HETUYECKUX M OHKOJIOTMYeCKUX 3aboneBanusx. Celiuac u3BecTHO 27 3a0oleBaHUM,
BBI3BAaHHBIX HAPYIIEHUSMH B Pa3HBIX T'€HAX XPOMOCOMBI 22 YeJIOBEKa: OT pakKa (MHUEIOUHAS JICHKEMUS )
710 TIPEPACTIOIOKEHHOCTH K MU30)PEHUH U MAPKUHCOHU3MY, a TaK)K€ Cephe3HbIX aHOMAIUU cep/ia u
HEPBHOM CUCTEMBI. V3BECTHBI MHOTOYHMCIICHHBIC TEHOMHBIE U XPOMOCOMHBIE MYTAaIlMH, CBSI3aHHBIC C
3TON XOpoMocoMoii. Tak, TpucoMus (Tpu BMECTO JIBYX KOIUIT) XpOMOCOMBI 22 BBI3BIBAET CUHIPOM «KO-
11aybero riaasa» (Kojaoboma paayKHOM 00O0JIOUKM), aTPE3UI0 aHyca, HEKOTOPbIE MOPOKH Pa3BUTHUSA U yM-
CTBEHHYIO OTCTalIOCTh. TpHUCOMUS XPOMOCOMBI 22 — BTOpasi N0 3HAYEHUIO MPUYMHA BBIKUBIIICH y Oe-
PEMEHHBIX.

Brinagenue (nenemus) 0IHOTO U3 pallOHOB JUIMHHOTO Tuieya (22q11.2) mpuBoaut nub0 K CHHIIPO-
My u [xopmxu, KOTOPbIA COMPOBOXKIAETCS aljia3uell TUMYyca, MOPOKAMHU CepAla U AaHOMAIUSIMU pa3-
BUTHS, HECOBMECTUMBIMH C >KU3HBIO, TUOO, €CIIU AeNelusl MEHBIINX Pa3MepoB, K BeloKapAuodamnuais-
HOMY CHHAPOMY C XapaKTEPHBIMHU MOPOKAMHU CEpJIa U KPYIHBIX cocynoB. [Ipu nmeiiko3ax u mumdpomax
TaK)Ke BBISIBIICHBI TPUCOMUU U MOHOCOMHUH, OOMEHBI y4aCTKaMU (TPaHCIIOKAILMN) Pa3UYHBIX XPOMOCOM
u xpoMocoMbl 22. Camblil U3BECTHBIA npumep — unagensduiickas xpomocoma, oOpa3oBaHHasi B pe-
3yJbTaTe TPAHCIOKAMU MEXY XpoMocoMaMu 9 u 22. B COMMIHBIX OMyXOJIAX TAKKE JOCTATOYHO YacTO
00HapYKUBAIOT Pa3JIMYHbIE TPAHCIOKALIMH C BOBICUYEHUEM XPOMOCOMBI 22.
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Xpomocoma X

OT0 KeHcKas 1oJioBas xpomocoma. Hannuune nsyx xpomocoM X omnpenenser xxeHckuil noi. Ilapa
JUISL XPOMOCOMBI X Yy MYKUYMH — OMEPTBEBIIAsI U KOPOTKas Y-XpomMocoMma. Y KEHIIWH B OJHOU U3 2
xpomMocoM X MPOUCXOIUT MHAKTUBALMS BCEX TEX I'€HOB, KOTOPHIE HE UMEIOT Maphl HA XpoMocoMe Y. B
X0Jie SMOPHOHAIBHOIO PAa3BUTHS 3Ta XpPOMOCOMa Ha BCEX HYXKHBIX YYacTKax MOKPBIBA€TCS OCOOBIM
MHAKTHUBUPYIOLUM OeakoM Xist MM C)KMMAETCs «IIEJEHKO» OelKa-rMCTOHA TaK TYro, YTO HE MOXKET
paboTarsb.

I'enoB B xpomocome X HEMHOTO, U OHM COCPEJOTOUYEHBI, TJIaBHBIM 00pa3oM, B JIByX 00JacTsX:
MIPULIEHTPOMEPHOM paiioHe KOPOTKOI'O IJIeua U Ha KOHIIE JUIMHHOTO Iuieya. CHUICHI KOHLIEHTPUPYIOTCS B
cepeivHe JJIMHHOTO IIeYa XPOMOCOMBI. YKa)KeM JIMIIb Ha HEOOJIbIIYIO 4acTh 3a00J€BaHUMN, aCCOLIMMPO-
BaHHBIX C F'€HAaMHU XPOMOCOMBI X: MblllIeyHast qucTpodus JromenHa, cuaepoodiacTuueckas aHeMusi, pak
I'PyZH, paK MpOCTaThbl, KApAUOMHOIIATUSA, XOPHOUIEPEMUS, JUCKEPATO3, SIUIIEIICHS, TIMLEPOJKUHA3HAS
HEJ0CTaTOYHOCTh, TOHAIOTPOIMHOBAs HEJIOCTAaTOYHOCTh, reModunus B, nxtnos, cunapom bapra, myko-
II0JINCAXApOUI03 2.

Y-xpomocoma

Orta MalleHbKas IOJIOBask XPOMOCOMa OIpeIesieT MYKCKOW 1oJ y 4enoBeka. Cojepikamuecs B
HEH MOCIIeI0BaTeIbHOCTH PACCMATPUBAIOT KaK OYeHb «tOHBIe». CKOPOCTU MYyTallMii B TOW XPOMOCOME B
4 pasa BbIlIe, 4eM B XpoMocome X. ['eHbI, TOBTOPBI M CHHUIICHI BBISABIICHBI JIUIIb HA JIEBOM KOHIIC TOM
XpOMOCOMBI (IIpaBbIii MOKA HE MOJHOCTHIO CEKBEHUPOBAH). 3/1€Ch COAEPIKHUTCS OONBIIOE YHUCIO MaUH-
npomoB. [1o 3Toii MpUYMHE MOSBUIIOCH TaXKe BhIpAKCHHE: «Y-XpOMOCOMa — 3aj1 3epKaj». A BOT IT'CHOB B
Hel HeMHoro. [lo mocnenHuM yTOYHEHHBIM JaHHBIM X MaKcHUMallbHOE uncio He pocturaeT u 100. Ha 1
MJTH. OYKB-HYKJICOTHIOB B CPEIHEM MPUXOAUTCS BCEro OK0JI0 S5 reHoB. OCHOBHAS POJIb TEX I'€HOB, KOTO-
pble MMEIOTCS, 3aKII0YaeTcsl B KOHTPOIUPOBaHUU TUDdepeHIIMPOBKHU Toda, (OPMUPOBAHUU SIMUEK U
mporecca crepMaToreHesa.

B dacTHOCTH, OCHOBHOHW T'€H «caMIIOBOCTW», Ha3BaHHBIM SRY (Sex-determining Region of Y),
KOJUPYeT OeJIOK, KOTOPBIH BKJIFOYAET B PA0OTY MHOTHE IT'e€HBI IPYTHX XPOMOCOM M TEM CAMBIM BBI3BIBACT
KackaJ OMOXMMUYECKUX peakinii (KOHEUHBIN pe3ynapTaT — oOpa3zoBanue sindek). ['en SRY mpaktudecku
OJIMHAKOB Yy BCEX JIFOJICH, HO B JIECATH pa3 0oJiee OTIIMUECH Y JIFOJICH B 00€3bsH, YeM BCE IPYTHE UX TCHBI.
WNHubiMu cioBaMu, Ha CETONHSAILIHUI €Hb 3TO CaMblii KOHCEPBATUBHBIN T'€H BHYTPH BUJA U CaMbIi TWHA-
MUYHBIA MKy Bugamu. OTMEUEHBI CiTydan, KOTia B KJIETKaX MMEETCsS He OJIHA, a JBE U JaKe 3 KOIHH
XxpomMocombl Y. XapakTepHbIMU MpPU3HAKAMU TaKOW XPOMOCOMHOW MATOJOTHH SIBISIOTCS acOIHAIbHOE
MOBE/ICHUE U pa3IM4YHbIE MCUXOJIOTUYECKUE HapylleHUs, xapakTepHble 1 35% OonbHbiXx. CoBceM He-
MHOTO T'€HOB B XpOMOcOMe Y acCOIMUPOBaHO ¢ Oone3HsAMHU denoBeka. OCHOBHBIE U3 HUX — TOHAJIHBIN
JUCTEHE3 U CUHAPOM KiIeToK CepToiu.

MumoxonopuanvHhulit 2eHom

Koraa ceifuac rpoMoriacHo 3asiBIISIFOT O [TOJIHOM CEKBEHHPOBAHUU M€HOMA YeNIOBEeKa, TO, KaK Ipa-
BIJIO, IOJIPa3yMeBaloOT sSAepHbIN reHoM. Ha 3ToM ¢oHe Kak-To 3a0BbIBaeTCs, UTO B KJIETKaX UMEIOTCS MO-
nexynbl JJHK, pacnono)xeHHble HE TOJBKO B XpOMOCOMaX, HO U B TAKUX Y€ YIIOMUHABIIMXCA crienudu-
YECKUX BHYTPUKIIETOUHBIX CTPYKTYpax, Kak MUTOXOHIpHUH. 1 3TO TOXkE reHOM 4esloBeKa, HO OH Ha3bIBa-
eTcst MutoxoHapuaibubiM, a JJHK — mutoxonapuansuoit (coxpamenno mut/IHK). Mut/[HK Tteneps
Ha3bIBAIOT MHOTJA XPOMOCOMOM 25 N M-XpoMOCOMOH.

Ora JIHK 6b11a cexBenupoBana emie B 1981 rogy yxe ynomunaBmmumcst @. CeHrepom, 4To TOXKeE
ObUIO B CBOE BpeMs CEHcalllel, KoTopasi, OJHaKO, UMeJa Pe30HAHC HECOMOCTAaBUMO MEHBIINN, YeM CeK-
BEHUPOBAHUE JIEPHOTO TeHoMa. UTo ke mpecTaBisieT coooi 3Ta 25-as XpoMocoMa yesioBeka?

B kierke yenoBeka HacuuthiBaeTcs oT 100 no 1000 MUTOXOHIpUH, B KaX A0 U3 KOTOPBIX COAEP-
xutcs oT 2 1o 10 monekyn konwsiieBord MuTIHK nmunoit 16569 n. H. Takum oOpa3zoMm, pazMep MUTOXOH-
npuanbHoro renoma npumepHo B 200 000 pa3 mensuie saepHoro. MutepecHo, uto pasmep MutIHK y
4esloBeKa — OJMH W3 HAUMEHBIIUX CPEAM BBICIIMX OpraHu3MoB (dykapuoT). Hampumep, y apoxoxeit
mut/IHK coctout u3 78520 m. H.
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Yenoseueckas Mut/IHK conepxutr 37 renos, kogupyrouux 13 GenkoBeix neneit, 22 TPHK u 2
pubocomubix PHK (pPHK) (puc. 27). benkoBsie menu BXoaaT B cOCTaB OEIKOB, KOTOPHIE YYaCTBYIOT B
OCHOBHOM B Ba)KHEHILIEM BHYTPUKIETOYHOM IIpOLECCe, Ha3bIBAEMOM OKHUCIUTENbHBIM (ochopuinpoBa-
HUEM, KOTOpBI oOecrieunBaeT KIETKY dHeprueil. 3a cueT OKHCIUTENbHOro GochopuiupoBaHus B MUTO-
XOH/IPUSIX OCYILECTBIIAETCS MPOU3BOJCTBO Oosee 90% crenuanbHbIX MoseKysl AT®, ABISIOMIMXCS OCHO-
BOW SHEPreTUKHU KJIETKH.

Crpenkamu ykazaHo HampaBieHHe TpaHckpunuuu reHoB. Cokpaumienus:: ND1—ND6, ND4L —
reasl cyowenuuun, HAJ[-H-nermaporenaznoro komiuiekca; COl—COIIl — rensl cyObeauHUIl ITUTO-
xpom-c-okcuaasel; ATP6, ATP8 — renst cyOseaunnn AT®-cunrerassr; Cyt b — ren nmutoxpoma b

Bcero ke B mporiecce okucauTenpHoro hochopmmpoBanus 3a1eCTBOBAaHO 87 T€HOB, HO BCE HE-
Jocraroiue 74 KogupyrTCcs HE MUTOXOHIPUAIIBHBIM, @ EPHBIM reHOMOM. VIHTepecHO, YTO B SIAEPHOM
reHome oOHapyxuBaroTcs ydactku, mogoousie Mut/IHK. [Ipennonaraercs, uTo B mpoiiecce IBOJIIOIUN U
MIPU PA3JIMYHBIX MATOJOTUAX UMesa MmecTo Murpanus yactu MuTIHK B sinepHbIil reHoMm.

ATPase 6

ATPase 8 -
7 CcO1

- Fenst, koampywue TPHK

1
! [ernl, Koanpyoume Beakn hl

Puc. 27. Crpykrypa mutoxonapuaisHoro renoma venoseka (Mut/JHK). B mutIHK comepxutcs 22 re-
Ha, kogupyrouux TPHK, 2 pudocomusix rena (16S u 12S pPHK) u 13 6e10k-KoaAupYIINX T€HOB.

BaxHo, 4TO yCTpOKWCTBO MUTOXOHAPUAIBHOIO TEHOMA CYLIECTBEHHO OTJIMYAETCS OT sIepHOro. B
nepByro ovepenb, st MUTJHK xapakTtepHO O4eHb KOMIAKTHOE PAacHOJIOKEHUE T€HOB, KAK U B TEHOME
OakTepuil. B oTimMuue OT AAEepHOr0 reHOMa MUTOXOHJPHAIBHBIE T€HBl COCEACTBYIOT APYT C APYIOM H
MEK]1y HUMU MPAKTAYECKU OTCYTCTBYIOT MEKT€HHBIE TPOMEXKYTKU. B pszie ciiyyaeB OHU J1aKe MEPEKPhI-
BAIOTCS HA OJMH HYKJICOTH/: ITOCIEAHUN HYKIEOTH OJHOIO I'€HA OKAa3bIBACTCS IEPBBIM B CIECIYIOIIEM 3a
HuM. To ecTh TeHbl HaOUTHI B MuUTOXOHApUansHoi JIHK, kak cenpau B 60uke. Kpome Toro, 601bIIMHCTBO
MHUTOXOHJPHUAIBHBIX T€HOB HE COAEPKUT TAKUE XAPAKTEPHBIE IS SIACPHBIX I'€HOB CTPYKTYpPbI, KaK HH-

80



I'eHHblE KOHCTPYKIMU OpTaHKU3Ma YeloBeKa U )KUBOTHBIX ABTOp Makapos JI.M.

TpoHbl. Ho 310 eme He Bce ornuuud. BeisicHuiock, B yactHoctH, yTo MUT/IHK He moasep:keHa Ttakon
Moau(UKaAIK, KaK METUJIMPOBaHUE, KOTOpast xapakTepHa ais saepHoit JTHK.

OnHako 0coOEHHOE YAMBIICHHME HCCIEIOBaTeNIel BbI3BAN N€HETHYECKHX KO, MCIOJIb3yEeMBbIH B
MutIHK. XoTs reHernueckuii Ko yHuBepcalleH (3a OueHb HEOOJIBIIUM UCKIIFOUEHHUEM) BO BCEM KHBOM
MHpE, B MUTOXOHJIPUSAX UCIIOJIb3YEeTCsS HEKHI ero HeOObIYHbIM BapuaHT. BOJIbIIMHCTBO KOJJOHOB B MUTO-
XOHJIPHUAJIBHBIX T'€HAX CXOJHBI C TEMHU, KOTOpbIe nMeroTcs B ssaepHou JJHK, HO Hapsany ¢ 3Tum umerores u
npuHUMNUaneHele oTauuus. B Mut/IHK denoBeka M3MEHWIM CBOM CMBICH YEThIpEe KOJOHA. TepMuHu-
pytomnmu cranu kogoHbl AI'A u AI'T. Konon YI'A, senstomuiics B sinepHoit JIHK tepmunupyromum, B
MuT/IHK He TO7bKO HE BBI3BIBAET OCTAHOBKU TPAHCIIALIMH, & KOJUPYET aMUHOKUCIOTY TpuntodaH. AMu-
HOKHCIIOTY METHOHUH KOJIUPYIOT He oJuH KofoH AV, a emie kogoH AY A, KOTOpBIN B SIEPHOM T€HOME
KOJIUPYET aMUHOKHUCIIOTY U30JICULIUH.

Mut/IHK oTBeTcTBEHHA B KIJIETKE 32 CHHTE3 BCETO JIMIIh HECKOIBKUX MUTOXOHJIPHATBHBIX Oel-
KoB. Ho 3T 6enKku oueHb BaXKHbI 7S KJIETKH, IOCKOJIbKY YYacCTBYIOT B OCYILECTBICHUHU OJTHOTO U3 BaXK-
HEHIIMX MpoleccoB — olOecneyeHun KieTku sHeprueil. Takum obpasom, mut/[HK — Becbma nennoe
IIPWIOKEHNE K DHIMKIONEANH yenoBeka. benku, kogupyemsle HenocpeacTBeHHO reHamu MUT/IHK, cun-
TE3UPYIOTCS TYT k€ B MUTOXOHApUsX. [ aTol nenu ucnomnb3yercs coocreHHass PHK-nonnmepasa u
cOOCTBEHHBIN anmnapaT O6ei1KkoBoro cuHresa. [IpuunHa sicHa — reHeTHYeCKUi KOl MUTOXOHAPUI 0COOBIH,
HY’XHa U ocobasi cuctema OMOCHHTE3A.

Jlanexo He Bce OeNKH, KOTOPbIe HYXKHBI /Il aBTOHOMHOI'O CYILECTBOBAHUSI MUTOXOHJPUH, KOAU-
PYIOTCS MUTOXOHIPHAIBHBIM T€HOMOM M CUHTE3UPYIOTCS 31ECh Ke. [l 3TOro uX reHoM CIMILKOM MaJl.
Bosbiiast yacTb MUTOXOH/PUANIBHBIX OEJIKOB M OT/AEIbHBIX CyOBEIUHUI] 3TUX OCIIKOB KOAUPYETCS OCHOB-
HBIM, T. €. SIZIEPHBIM T€HOMOM U CUHTE3UPYETCS B LIUTOIUIa3Me KJIETOK. 3aTeM OHU TPAaHCHOPTHUPYIOTCS B
MUTOXOH/IPHH, TJ€ B3aUMOACUCTBYIOT co cneuuduueckumu Oenkamu, koaupyembiMu MuTIHK. Takum
o0pa3oM, MeXAy SJEPHBIM U MUTOXOHJIPHAJIbHBIM T'€HOMOM CYILECTBYET T€CHas B3aUMOCBSI3b, OHH JI0-
IIOJIHAIOT APYT Ipyra.

[ToueMy B 3BOJIOLINU KJIETKU CIYYHIIOCHh TaK, 4TO 04eHb HeOonbias yacts JIHK conepkutcs He B
XpoOMOcOoMax A1pa, a OTAEIbHO BHYTPU MUTOXOHpUi? B ueM HE00X0AMMOCTh MIIM MTPEUMYIIECTBO TaKO-
ro pacnpeziesieHus: FeHETUYECKOT0 MaTepuaa, oka Heu3BecTHO. J{1s1 00BbsSCHEHUS ATOrO YAUBUTEIHLHOTO
¢akTa OBLJIO IPUIYMaHO MHOTO THIIOTES.

Onny u3 nepBbIx emie B gainexkom 1890 roay Beickazain P. Anprman’. OJ[HAKO OHA H Ha CEroIHSII-
HUH JIEHb COXpaHWIA aKTyajabHOCTh. COIJIaCHO 3TOM TOUYKE 3PEHUS, MUTOXOHIPUHN MOSBUIIUCH B KIETKaX
BBICILIMX OPraHU3MOB HE B X0JI€ BHYTPUKJIETOYHOIO pa3BUTHUS U AU (HEPEHLIUPOBKY, a B pe3yjIbTaTe ec-
TECTBEHHOI0 CMMOHMO03a BBICIIMX OPIaHU3MOB C HU3IIMMHU a3pOOHBIMU OpraHu3MaMu. Takoe 0ObsCHEHHE
[IpeIoJiaraeT, YT0 MUTOXOHAPUAIbHBINA I'€HEeTHUECKU Koj Oojee APEeBEH, YeM KOJI, MCIOJIb3yEeMbI B
aneproi JIHK y coBpeMeHHBIX OpraHu3MoB.

Ho Hapsny ¢ 5TuM BBICKa3blBJIaCh U MHAsl TOYKA 3PEHHUsI, KOTOpas MOKAa B PABHOW Mepe MMEEeT
npaBo Ha cyuiectBoBaHue. CoryiacHO mocieaHei, nocie nepexoaa OonbmuHCTBa reHoB w3 MUTIHK B
anepuyto JIHK B anmapare, oOecnieunBaromieM cuHTe3 0eilKa B MUTOXOHIPUSIX, IPOU3OILIN KaKHe-TO My-
tanuu. s Toro, 4ToObl mporecc TPAHCISILMU HE Hapyllaucs, MOTpeOoBaINCh CHEMAIbHbIE MyTAI[Ui B
rerax MUT/IHK, koTopbie OB «KOMIEHCUPOBAIM» HAPYLIEHUS U TIO3BOJIWIN Obl U3MEHEHHOMY almnapary
0€JIKOBOrO CHHTE3a OCYILECTBIISATh CBOIO paboTy. Eciu MCXOIUTHh U3 3TOr0 MPEeANoNoKeHus, Toraa Mu-
TOXOHAPUAIbHBIN KOJ CIeAyeT paccMaTpuBaTh He Kak OoJiee ApEBHUM, a, HA00OPOT, cKopee Kak Oosee
MOJIOJION.

B mo6om ciyuae 361k MUTJHK — 3T0 B onpenesieHHOM CMBICIT «oKaproH». 3a4eM OH HY)KEH MHU-
TOXOHAPUAM? 31€Ch MOXKHO MPOBECTH Mapajlielb C XKaproHaMU ONPEENIEHHBIX COLUAJIBHBIX WU IIPO-
(dbeccroHanbHBIX Pyl JKaproH UCOIB3YETCS UMH JIJIsI COKPBITHS CBOMX HAMEPEHHM U JACHCTBUHN OT TO-
CTOPOHHMX, U30€KaHMsI 4y>KOTO BMEIIaTeNIbCTBA B UX Jena. Bozmoxkno, u mut/IHK, 6maronapst ucnoss-

°p TEOpUH AbTMaHa MBI BUAMM KOHIIEIIIHIO, aHAJIOTHYHYIO KJIETOYHOM TEOPHH, COTTIACHO KOTOPOH caMa KJIeTKa SBIIETCS
3JIEMEHTOM, TOCTPOCHHBIM U3 €Ille Topa3o Oosiee MEIKUX )KUBBIX CTPYKTYP.

o rpanymnspHoit Teopuu Puxapaa Anstmana (1852—1900), koTopast paccMaTpuBaeT KIETKY, COCTOSIIEH U3 3HAUUTENBHOTO
YHCIIA 3EPHBIIIECK-TPaHyII.
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30BaHMIO BHJIOM3MEHEHHOI'0 KOJa — KaproHa, — H30JUPYeTCs OT OeOK-CUHTE3UPYIOIIUEro arnmapara
KJIETKH, CIEUUAIN3UPYSICh HA BBHIMOJIHEHUHM OJHOW, HO OYEHb BAaXKHOW JUIsl KJIETKH (DYHKUIUU — IMPOU3-
BOJICTBE DHEPTUHU.

3aMeuyeHo, YTO MUTOXOHAPUAIbHBIA F€HOM 0oJiee paHUM, YeM sIepHBI reHoM. B pesynbrare B
HEM 4YacTO MPOUCXOAT Pa3IMYHOr0 poJia MyTaluH (TOYKOBble MyTauuu, Hebospmme notepu JTHK —
JeNeIINH 1, Ha000pOT, BCTaBKM — MHCepunn). Ceivac ye yCTaHOBJICHBI MHOTOUYHUCIICHHBIE OOJIE3HH Ye-
JoBeKa, cBsA3aHHble ¢ u3MeHeHussMu B MuT/IHK. ITaTonoruueckue myranuu oGHapy eHbl IOYTH BO BCEX
MUTOXOHJIpHAJIbHBIX TeHaX. lIpu 3ToM OoTMeualoT OrpomMHOE pazHooOpa3ue KIMHUYECKUX IPU3HAKOB,
0OYCJIOBJICHHBIX OJIHUM M Te€M K€ MOJEKYJSPHBIM MoBpexaeHueM. OOHapyKeHa B3aUMOCBS3b HEKOTO-
pPBIX MyTalui U u3MeHeHuH B 3Kkcrpeccun reHoB MUT/IHK ¢ Bo3HukHOBeHMEM paka. B wacTHOCTH, HEOI-
HOKpPATHO OTMEYaJI0Ch MPHU pake rpyau U JTUMQPOMaxX yCUICHUE TPAHCKPUIILIUHU T'eHa, KOAUPYIOLIETO OAHY
U3 1enen 0elKoro KOMILJIEKCa, YJacTBYIOLIEro B CHa0KEHMM KIIETOK sHeprueil (cyowreaunuist Il nuro-
XpOM-C—OKcH1a3bl). HekoTopble, K cuacTbio, peAKue, TshKeNble HacaeICTBEHHbIE OO0JIE3HH YeI0BeKa TaK-
e 00ycIoBIeHbl MyTanusiMu B oTaenbHBIX reHax MUT/IHK. B Poccuu ceituac cymiecTByeT crieninanbHas
IporpamMMa JAMarHOCTUKH U IPOPHUIAKTUKYA MUTOXOHIPUAIBHBIX O0JIe3HEH.

Eme onun yauButenbHbii dakt, cBsazannbiii ¢ MuT/JHK, kacaercs ee nacnenoBanus. Okaszanoch,
yro MuT/IHK mnepenaercs u3 nokoseHus B NOKOJICHHE NIPUHIMIIMAIBHO NHavye, yeM xpomocoMHas JIHK.
OpranusM uenoBeKka pa3BUBAETCS U3 OIUIOJOTBOPEHHOM SIHMLEKIETKH, KOTOpas COIEPKUT XPOMOCOMBI
oboux poautenei. [Ipu omiogoTBOpeHNN B SHIIO MPOHUKAET CIIEPMATO30U]T C HAOOPOM OTIIOBCKHUX XPO-
MOCOM, HO MPAKTUYECKH 0€3 OTIOBCKMX MHUTOXOHJPHH M, CIel0BaTelbHO, 06€3 KaKoi-1100 OTIOBCKOM
Mut/IHK. Tonpko siinekneTka npeaocTtanisieT 3apoasiury csoro MUTJHK. D10 Beaer k BaxHbIM mocnen-
crBusM: MUT/IHK nepenaercs Toapko 1o >xeHckoi auHuK. Mbl Bee nosrydaeM MUT/IHK Tosibko oT cBOEi
MaTepH, a OHa €llle paHbllle OT CBOEH, U TaK Jajiee B PSAAY TOJbKO KEHCKUX MOKOJeHUNH. ChIHOBBS B OT-
auyue oT fouepedt He nepeaart cBoro MuTIHK — nienouka obopsercs.

Taxkum myrem JIHK o0OpasyroT KjIOHBI — HACIEICTBEHHBIEC JTUHUU, KOTOPHIE MOTYT TOJIBKO pa3-
BETBJIATHCS (€CIU Y )KEHIIMHBI POAMIIOCH HECKOJIBKO Jl04epeil), HO B oTnuune oT XxpomocomHoi JTHK He
MOTYT OOBEIMHATHCSA B OJHOM OpraHU3Me U CO37aBaTh HOBbIE reHeTHueckre komOuHanuu. 1o sToii npu-
yuHe ObUT0 MHTepecHO npoBecTH cpaBHeHue MuTAHK y npencraBureneil pa3iauyHbIX YETOBEYECKUX IT-
HUYECKUX TMOMYJSALUN, TO €CTh pac U HapogHocTel. Takoro poja cpaBHEHUs: ObUIM HAyaThl €Uie B KOHIIE
80-x ro70B MPOLUIOro BeKa U MPOJ0JrKatoTes 10 cux nop. [lonpobGHee MbI elie moroBopuM o0 3TOM Jia-
nee.

Takum o0Opa3oM, Takue 0a30BbIe MPOLECCH B KJIETKE, KAK TPAHCKPHUIILINSA, TPAHCIIALMS, PEIUIUKa-
nusa 1 penapanusa MUT/IHK, B 3HaunTENbHOM Mepe 3aBUCAT OT SIEPHOTO T'€HOMA, HO IOKA HE J0 KOHIlA
SICHO, KaK 3TH J1Ba TCHOMAa UHTETPUPOBAHBI APYT ¢ ApyroM. M3ydeHne MEXaHU3MOB MEKIEHOMHOI'O B3au-
MOJEMCTBUSA MOKET CTaTh IOJIE3HBIM BO MHOTHX OTHOLIEHUSAX, B YACTHOCTH Il IOHUMAHUS UHTETPaJlb-
HOM KapTUHBI Pa3JINYHBIX [1ATOJIOTUH YEJI0OBEKA, BKIIOYAsA U 3]I0KAYECTBEHHOE NIEPEPOKIACHUE KIIETOK.

(DyHKIII/IOHaJILHaﬂ r¢HOMHKa

X0poI1110 U3BECTHO BBIPAXKEHUE, YTO OT CJIOBA «XajBa» BO PTY cjallle He CTAaHOBUTCA. Tak xke 00-
CTOUT JI€JI0 U C HAIIUM F€HOMOM. B HEM €CTh MHOIO pa3HbIX CJIOB M IPEIOKEHHUH, HO KIETKE OT 3TOTO
HU CJIAJIKO, HM TOPbKO, IMOKa T€HOM HE HAa4YMHAET padoTarh (110 HAydYHOMY, (PYHKIIMOHUPOBATH). TOJIBKO
KOTJa B KJIETKe 00pa3yrtoTcs OeNKH, TOrJja OHa MOYyBCTBYET, «CIIaK0» el (eciiu reH paboTaeT mpaBUIlb-
HO) WIH «TOPbKOY» (TpU HAJIMYMH, HAIIPUMEP, B T€HE «IIJI0X0M» MYyTaIllun»).

To, uTo B npupoze (1a 1 He TOIbKO B HEW) BCSKash KOHKPETHAs CTPYKTYpa TECHO CBSA3aHA C BbI-
MIOJIHAEMOH €10 ONpeNeNeHHON QyHKIMel, — 3To akcuoMa. Ho packpbITh U yBUAETH 3Ty TOHKYIO B3au-
MOCBS3b HOPOH BechbMa He mpocTo. OCOOEHHO €ClM TO KAacaeTcs TaKOoHM CIOXKHEHIell CTpYKTypbl, Kak
reHoM uenoBeka. OT OTHOCHUTENbHON CTaTUKM I'€HOMa, KOrja M3ydanach CTPYKTypa M IOCIIEOBaTelb-
HocTh HykJeoTH10B /JIHK, Tenepr ydeHbIM MpPEenCTOUT NEPEUTH K CBEPXCIOKHON AMHAMMKE KJIETOUYHOTO
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MeTa00IM3Ma, 3aBUCSILIETr0 OT ATOM MOJEKYIbI )KM3HU. DTO €CTh IPEIMET HOBEHUIIINX HANpPaBICHUH B MO-
JEKYJIAPHON reHeTUKEe — (PYHKIIMOHAIBHON T€HOMHUKHU U IPOTEOMHUKHU.

B renome yenoBeka UMEIOTCS FeHbI, KOTOPbIe (PYHKLIMOHUPYIOT BO BCEX TUIAX KJIETOK. Takue re-
HbI, KaK TOBOPSIT, 3aBEAYIOT «IOMAIlIHUM X03sicTBOM». CUuTaeTcs, 4To JOMOYIpPABUTENEH Cpeu IeHOB
okos0 20%. Ho Bot octanbHble 80% BenyT cebst upe3BbIuaiiHoO crieruduyuecku. KieTka oT KIeTKU CHIlb-
HO OTJIMYaeTcs o cBoeMy BUAY U GyHKIuU. 1 3T0 B mepByro ouepeab CBSI3aHO C pa3HbIMU Habopamu pa-
00TaroIUX B HUX T€HOB U OEJIKOB.

MHorue ressl, GyHKIMOHUPYIOUIME B MO3TYy, HE pabOTalOT HU B MEYCHH, HU B CEJIE3EHKE, HU B
KakoM-1100 Ipyrom opraHe wiu TkaHu. M, Hao6opoT, B neueHu Ui cene3eHke PyHKIMOHUPYET psij re-
HOB, KOTOpbIe HUrJe Oojblie He paboTatoT. OJHM U3 HUX PabOTAIOT TOJIBKO Ha ONpPEeNIEHHBIX dTarnax
pa3BUTHA Opranusma, odecneunBasi GOpMUPOBAHKE HALIETO OOJIMKA (XOPOILIEro Ui TI0XOr0 — 3TO YXKe
apyroe nieno). Jpyrue rensl — crenuaan3upoBaHHble — pabOTaIOT TOJIBKO B OYEHb OTPAHUYEHHOM Ha-
Oope KIIETOK.

Xopo1Io U3BECTHBIN MPUMEpP MOCIEAHUX — ITI0OOMHOBBIE reHbl. OHU (YHKLIHMOHUPYIOT TOJIBKO B
KJIETKaX KpPOBH, IOCKOJbKY HMX OCHOBHas (QYHKIUS — OOECHeuMBaTh MEPEHOC KUCIOopOoJa K APYrUM
KJIETKaM U TKaHSM.

Hpyroit npumep. Hama cnocoOHOCTh BOCIPUHUMATh 3alaXxy CBs3aHA C OOOHITEIbHBIMH PEIICTI-
Topamu. Bcero HaiiieHO OKOJIO THICSYM I'€HOB, KOAMPYIOLIMX Takue Oenku-perentopbl. Ho B xaxmoi
KJIETKE CHELMATU3UPOBAHHOIO OpraHa — OOOHSATENIbHON JIyKOBHIIBI — pabOTaeT TOJbKO OJUH I'€H U3
9TOU ThICsUU. [IponcxoauT Beicovaiias cnenuanu3anys. Kak 3To cBA3aHO ¢ HAIlMM BOCIPHUATHEM 3alla-
Xa, MOKa COBCeM He sicHO. M BApyr oOHapyKuiaoch (YU4€HBIX 3TO CHJIBHO YAMBUIO), YTO HEKOTOPBIE U3
3THX FeHOB pabOTal0T KpoMe OOOHATENLHON JIYKOBUIIBI €1Ie TOJIBKO B OJIHOM THIIE€ KJIETOK — B ClIepMa-
TO30M/aX.

Wrak, MO)KHO CKa3aTh, YTO Ka)/Jas KJIETKA MPEANOYUTAET «YUTATh) JIMIIb ONPEACIECHHBIE MPE-
JIO’)KEeHUsl Ha M30paHHBIX CTPaHMIIAX ODHLUKIONEIUU YeJIOBEKa, B PE3yJbTaTe Yero B HEW MOSBISETCS
cTporo onpeaenaeHHbli Habop mosiekyn MPHK u 6enkoB. [Ipyrue cTpaHuibl 3TOM KHUTY AJ1s1 KOHKPETHOH
KJIETKY HEMHTEPECHBI UJIM, MOKET OBbITh, HAIMCAHBI TaK, YTO KJIETKa IPOCTO HE MOKET UX IMpoyecTh (yc-
JIOBHO T'OBOPS, TEKCT JAPYTUX MPEUIOKEHUN U CTPaHMI] CIMIIKOM MEJIOK JIs Hee, a y KIETKU HeT Heoo-
XOJUMOTO JUIsl UX IPOYTEHUS «YBEIUUYUTEIHHOTO CTEKIIa).

Baxxno nonumath Hanuuue (GakToB: pa3Hble BO3MOXKHOCTHU ISl YTEHUSI TEHOMHOT'O TEKCTa CYIIECTBYIOT B
pa3HBIX THUIIaX TKaHEH M HA pa3HbIX ATalax pa3BUTUs opraHu3Ma. Ha 3ToT mpouecc MOryT BIMATH TaKkKe
MHOT'OYHCJICHHbIE BHEIIHUE UM BHYTPEHHUE (DAKTOPBI, KOTOPHIM MTOCTOSIHHO MOJIBEPKEH B MPUPOAE Op-
ranu3M. Ho B mo0oM cityyae KJIETKM HAllero Mo3ra, HalpuMep, He MOTYT BbIpaOaThIBATh JKETyJOUYHbBII
COK HM IpU KaKHX 00CTOSITENbCTBAX. Takas ype3BbIUaHO CII0KHASL CUTYallUs CYILIECTBYET B MIJIIHApaxX
KJICTOK Y€JIOBEKa, U BCE 3TH CUTYAIMM, HE MOJIAI0IIMECs MTOKa JaXke MPUOJIN3UTENBbHOM OLlEHKE B OTHO-
LIEHUH UX YUCIIa, elIe MPEICTOUT UCCIIEeI0BaTh.

[IyTe oT 0OHapyXeHHs T€HOB J10 BBISICHEHUS MX (YHKIUI BecbMa HENpocT. s MONIHOro MoHU-
MaHUs JKU3HEHHBIX MPOLECCOB, MPOTEKAIOUINX B KJIETKaX U B OPraHU3ME B LIEJIOM, ISl BHIICHEHUS MPH-
POJBI pa3IMuHBIX 3a00J€BaHUN YeIOBEKa HEOOXOAMMO THIATEIbHOE N3YUYEHUE MOJICKYISIPHBIX MEXaHU3-
MOB, OCYIIECTBIISIIOIIUX TOHKYIO PEryJsilui0 paboThl reHoB. [loka, yBbl, U 3TOT BONpPOC €Ille JaieK OT
CBOETO IIOJIHOTO PELIEHUS.

Teneps mepen uccienoBaTensiMu B 00JacTH (YHKIIMOHAJIbHOW N€HOMHUKH BCTalla 3HAUYUTEIBHO
Oonee cepbe3Hast 3aayda: ONpeaeIuTh MEXaHU3MbI pabOThl FeHOMa YesloBeKa U (YHKIIMM MHOTOYMCIICH-
HBbIX BHOBb BBISIBIIEHHBIX T'€HOB U UX MPOAYKTOB. OJHU T'eHbl OYAyT KOAUPOBATh OENKH, KOTOPbIE OKa-
KyTcsl crierupuueckumMu (pepMeHTaMH (KaTalu3aTopaMM OMOXMMHUYECKMX peakluil), apyrue OyayT
MIPEICTaBIATh cO00M OaHaAJIbHBIN CTPOUTENbHBIN MaTepual, TPETbU OYAYT UAEHTU(UIHUPOBAHBI KaK rop-
MOHBI, (JaKTOPBI POCTA, PELENITOPBI (PAKTOPOB POCTA, YETBEPThIE — KaK MEPEAATUYMKH HEPBHBIX UMITYIIb-
COB U Tak Jajee.

W nopoit y ogHOro u TOro xe 0enka MOKET 0Ka3aThCsi HECKOoNIbKOo ¢yHKuui. Kaxxaomy Oenky, B
KOHEYHOM HTOre, JOJHKHO ObITh HAalJIeHO €ro MCTUHHOE MECTO B CIIOXHEHIeM YCTpOHCTBE U (pyHKIIHO-
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HUPOBaHMU YeJIOBEYECKOro opranuima. To ecTb, YCIOBHO IOBOps, JAOJDKHA OBITH CO3/laHa CUCTEMa, IMO-
noOHas tabnuue MenzaeneeBa. A elle HY>KHO BBISIBUTH BCE BO3MOJKHBIE B3aUMHbIE BIMSHUSI JUHAMHYHO
paboTaronmx reHoB U MX MPOAYKTOB APYr Ha Apyra. OrpomMHasi CIOKHOCTh 3aKJIIOYAETCs B TOM, UYTO
(G YHKIIMOHUPOBAHUE JTIOOOTO T€HAa OCYIIECTBISETCS Ha (poHE pabOThl MHOXKECTBA JPYTHX T'€HOB, y4acT-
BYIOIINX B BBITIOJHEHUH OMpPEIeIeHHON (DYHKIIUU OpraHnu3Ma, TO €CTh B COCTaBE TaK Ha3bIBAEMOU IeHHOM
ceT. Takue TeHHbIE CETH BKJIIOYAIOT B ce0s OOBIYHO OT HECKOJIBKHUX JECATKOB O MHOTHUX COTEH KOOp-
JUHUPOBAHHO (DYHKIIMOHUPYIOMIMX TeHOB. HampumMep, reHHas ceTh CHCTeMbl KPOBETBOPEHHS BKIIIOYACT B
ce0s He meHee 500—600 reHos.

Jlaxke HEMONHBIA COUCOK I'€HOB, BXOASAIIMX B T€HHYIO CETh, KOHTPOJUPYIOIIYIO LUKII KJIETOUYHOTO
JIeJIeHUs, COCTOUT U3 00Jiee YeM COTHU I'€HOB U T.1.

[TocTeneHHO CTaHOBUTCS MOHATHBIM, YTO T€HbI, KaK U JIIOJU, MOTYT BBIIIOJIHATh B CBOEU JKU3HU
MTOPOM COBEPIIEHHO pa3Hbie QYHKIIMH, OCTaBasICh IIPH 3TOM caMHMH c000ii. To ecTh, OHM MHOTJAa MOTYT
y4acTBOBaTh HEMHOKKO B OJHOM, B MHOW pa3 HEMHOXKO B JPYI'OM, a MPHU CIy4yae HEMHOXKKO B TPETHEM.
W 6narogaps 3ToMy 0011iee KOJIMYECTBO T'€HOB COBCEM HE 0053aTeIbHO JOJKHO COBIAJIATh C KOJIMYECT-
BOM (DYHKIIHH, MPUCYIINX YETOBEKY.

WHorga cOBOKYIHOCTh I€HOB CPAaBHUBAIOT C OOJBIIMM MY3bIKaIbHBIM OpKecTpoM. B 3aBucumo-
CTH OT IUpUKEPA U UCIIOJHUTENEH O/IHA U Ta K€ MapTUTypa MOKET 3By4aTh TaK, UTO BBI3bIBAET y CIIyIIa-
TeJel WM BOCTOPT, WM T1yOokoe pazodapoBanue. Kakum o0pa3oM KakIblii MY3bIKAHT — OTIEIbHBII
I€H — UTPAET B 3TOM «OPKECTPE», KAK OCYLIECTBISAETCS CIAXKEHHOE «KOHUEPTUPOBAHUE» MHOTUX ThICSY
pa3HbIX ucnoiaHutenei? Kakyio posib B OCHOBHOM «IUPUKUPOBAHUN» UTPAET CIIOKHENIIee B3auMo1ei-
CTBUE MEX]ly Pa3IMYHbIMU I'€HAMU, KaKO€ BIMSIHUE OKA3bIBAIOT MMOCTOSIHHBIE BO3JEHCTBUS HA F€HbI MHO-
TOYHMCIIEHHBIX (DaKTOPOB BHYTPEHHEW M BHEIIHEH Cpelbl, TAaKUX, KaK paguaius, TemrepaTrypa, MHILa,
COJTHEYHBIN CBET, OaKTEepHH, BHPYCHI, JIEKAPCTBEHHBIC BEIECTBA, BHYTPUKIETOUHBbIE MeTabonutei? He
MEHEE Ba)KEH M BOIPOC O «IUPUKEPCKHUX MaIOUKaX» — CUTHAJIbHBIX MYTSIX U MOJEKYJISPHBIX MEXaHU3-
Max, KOHTPOJUPYIOIIMX MPOrpaMMbl pabOThI T€HOB, TaK KaK JUCTAPMOHHUS ATHX MPOILECCOB CUIBHO OT-
pa)kaeTcs Ha CIIAJKEHHOU UIPE «OPKECTPa» B LIETIOM.

Takum oOpa3zoM, Koraa Mbl TOBOPUM O TPYIIOBONW OTBETCTBEHHOCTH T'€HOB 3a T€ WJIM UHBIC (QYHK-
[[UH, CIIeyeT IOMHHUTb, YTO BHYTPHU OMPEICIEHHON IPYyIIbl BCErJa €CTh TaKhe, KTO COOCTBEHHO U BbI-
MOJTHSET BCIO PabOTy, Npyrue €€ KOHTPOJIUPYIOT, a KTO-TO OOECIEUYMBAET YHCTO BCIOMOTATEIbHBIC
¢bysakuu. Peds uaer ceifuac o Tom, 4TOOBI OMPEICIUTh HEPAPXUI0 BHYTPH TAKUX CIOXKHBIX TPYII B3au-
MO33aBUCUMBIX U B3aUMOCBSI3aHHBIX MEXIY COOOW I€HOB.

Bce atu Bompock! emie npeacTouT pemuTsh B OynymeM. U Bce 310, 6e3ycioBHO, Topa3no Ooinee
CJIOKHAs ¥ TPyJOEMKasl 3a7ada, 4eM YK€ MpoJiejaHHasi TUTaHTCKasi padoTa 10 CEKBEHUPOBAHHUIO TEHOMA
YyesoBeKa.

OnHako U Ha 3TOM CIIOKHOCTHU MPEICTOSIIECH paboThl HE 3aKaHUYUBAIOTCA. B M3ydeHuun perymnsamnuu
AKCIIPECCHM TEHOB ceiiuac Bce Oouibliiee W OOJbIIee 3HAUYCHUE MPHUAACTCS XUMHUYECKHUM H3MEHEHUSM,
MIPOUCXOISAIINM HMHOT/Ia B ONPEACIICHHBIX ydacTKax renoma. Hambosee n3BeCTHOE U3 HUX — YXK€ YIO-
MUHaBIIeecss MeTHiIMpoBanue — 3To mnpucoenuHenue B JJHK k Oykse Il cnenumanbHOM XMMHUYECKOM
TPYIIIBI, COCTOSIIEH M3 OJTHOTO aroMa YIJIepoJia M TPEeX aTOMOB BOopoja (MeTwibHas rpymnmna). Takas
Moau(UKaIKS CYIIECTBEHHO CKa3bIBaeTCs Ha paboTe reHa, 0e3 U3MEHEHHUs ero TeKcTa. MeTulupoBaHue,
a Tak)Ke JIpPyrue CrocoObl, KOTOPHIMHU MPUPOJA U3MEHSIET aKTUBHOCTh T€HOB, MEHSIS JISKAIIHUE PSAJIOM C
HHUMU PETYIUPOBOYHBIE YUACTKH, CTAIM MPEIMETOM U3YUYEHHUSI HOBOU «IIOCTT€HOMHOW» JUCUUIUIMHBI —
SIUTEHOMHUKH (OT TPEUYECKOTO «AIHY» — PSIIOM, OKOJIO).

SIBneHrne HeMyTalMOHHOM 3MUI€HETUYECKOW U3MEHYMBOCTH, OTKPBITOE B KOHLE 50-X TOI0B mpH
W3YYECHUU T€HETHKHA NPOCTEUIINX M T€HETUKM COMATHYECKHX KJIETOK, TOTJA HE BIHUCHIBAJIOCH B XPOMO-
COMHYIO TEOPUIO HACIIEICTBEHHOCTH, «BBI3bIBasi TeHb Jlamapkay (mocineaHuil yTBepxaan, 9YTo MPU3HAKH,
MpuoOpeTeHHbIE OpraHU3MaMH B MPOIIECCE CBOCH KU3HU, MOTYT IepeaaBaThCs MO HACIEICTBY, YTO OT-
BEpraeTcsi COBpEMEHHOM reHeTuKoi). B Hame BpeMsi, Korja noHsaTa MoJeKyJIsipHasl IPUpoa 3TOTO sBIie-
HUS, STMIUTEHOMHUKA CTaja €Ile OJHUM U3 BaXXHBIX HAMPABICHUN OHoOJoTHuYecKoro noucka. OO0 3ToOM roBo-
PUT XO0Ts OBl TOT (PaKT, YTO eIle 10 3aBEpIICHUS MPOEKTa «[ €HOM YeloBeKay MPOU30ILI0 00bEINHEHUE
ycuJIni OOJBIION TPYIIBI BEAYIIUX €BPONEHCKUX HAYYHBIX LIEHTPOB C 1I€JIbl0 co3aaHus EBpomneiickoro
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SMUIeHETUYECKOro KoHcopiuyMa. Ero ocHoBHas 3aaua — BBISBJICHHE COTEH THICSY YYaCTKOB T'€HOMA,
moABCPraroIInXxXca METUIIMPOBAHUIO, U aHAJIN3 Pa3JIMYHBIX BapI/IaIII/II\/II.

KakoBbl ke MarucTpaibHble MyTH pa3BUTHs (YHKIIMOHAIBHONW '€HOMUKHU YeJIOBeKa B HACTOSILEE
Bpems? PazpaboTaHO OrpoMHOE MHOKECTBO MOAXOAOB Ui pelleHus naHHoM 3anaun. 000 Bcex paccka-
3aTh 37I€Ch IPOCTO HEBO3MOKHO, TIOATOMY OCTAaHOBHUMCS BKPATLIE JIUIIb HA HEKOTOPBIX OCHOBHBIX U3 HUX.

Mukpouunvt — HO8bLIL pydedxc 6 UCCIe006AHUU IKCHPECCUU 2EHOMA

B nocnennue roapl NOSBUINCH NPUHIMIIMAIBHO HOBBIE SKCIIEPUMEHTAIbHbIE TEXHOIOIHH, 103BO-
JSAIOLUE OJHOBPEMEHHO CIEAMTH 3a AMHAMUKOW JKCIPECCHM COTEH, a MOPOM M THICAY T'€HOB B XOJ€
(GYHKIIMOHUPOBAHUS U pa3BUTHSI KJIETOK. U 3/1ech B mepByI0 o4Yepe/ib CleyeT OTMETUTh TEXHOJIOTHIO TaK
Ha3bIBAEMBIX MUKPOUYHIIOB.

B uem xe mpuunHa NposBICHUS CTOJIb KI'YUEro HHTepeca K Ououunam?

Hcropus 6mounnoB Havayachk emie B KoHue 80-x roJ1oB, Korja ucciaenonareiu cpady Tpex crat (FOrocna-
Bun, CIIA n CCCP) ony0OnukoBaiu nepBble pe3yabTaThl padoT [0 OLIEHKAM BO3MOKHOCTH ITPUMEHEHHUS
6uounnos g ananuza JJHK. B Hameil ctpane Benymias poib B pa3paO0OTKe JaHHBIX TEXHOJOTHM MpH-
HaiexuT MHCcTUTYTY MOJieKysipHOi Ononoruu uMm. B. A. Durensrapara PAH

Cnycrs 10 net B CIIIA 6bu10 00BSIBIEHO O Hayalle MPOEKTa MO BBHITYCKY HA PHIHOK MEPBBIX KOM-
MEpUECKUX MPOAYKTOB, UCIIONB3YIOMUX Onounnibl. B HacTosiiee BpeMst 3Ta TEXHOJIOTHUS OUYEHb IIMPOKO
UCMOJb3YETCsl B CAMBIX Pa3HbIX LEIIX 00abIuM ynuciaoM ¢pupM. C ee TOMOIIBIO OCYIIECTBISAETCS HIHPO-
KoMacIiITabHasi aBToMaTH3alus mpolecca OOHapyKEHHUsS MHOYKECTBA Pa3jIMYHbIX T'€HHBIX MYyTalHi, of-
HOBPEMEHHBIH aHanu3 paboThl AECATKOB THICSY T€HOB B 3/J0POBBIX U NOBPEKICHHBIX TKAHIX, JUATHOCTH-
Ka FeHeTHUYEeCKUX 3a00JIeBaHUl 1 MHOTOE JIPYToe.

CoBpeMeHHbII OMOJOrMYECKUIT MUKPOUYHIT UMEET BeCbMa HEOONBIION pa3Mep (uale BCero ¢ Ho-
roTh) U MpeJCTaBIseT co00i HAO0Op HAaHECEHHBIX U 3aKperyIeHHBIX (MMMOOMIN30BAHHBIX) HA MpeaMeT-
HOM CTEKJIE CIIELUAIbHBIX P00 B KOJMUYECTBE OT HECKOJIbKUX JecaTKoB a0 10000 u 6o:ee.

B kauecTtBe Takux mpoO MOTYT CIYXHUTbhb OYE€Hb KOPOTKHE HYKJIEOTHUIHBIE IOCIEI0BATEIbHOCTU
JHK (onuronykieorunsl), npotskeHnble ¢pparmentsl JJHK, depmenTsl, anTurensl, anturena u 1.1. B
3aBHCHMOCTH OT MOCTaBJICHHON 3aJjaud CJIO0XKHOCTh MUKpOUYHUNa (KOJIMYECTBO UMMOOMIN30BaHHBIX IPOO
U IUIOTHOCTh MX PACIIOJIOKEHMSI) MOKET BapbHUpOBaTh B HIMPOKHX Mpenenax. [IpoOsl pacnonoxkeHsl Ha
YHII€ B OIPEIEICHHOMN MOCIe10BaTEIbHOCTH.

Yun rubpuansytoT (0 THOpUIM3alMK Mbl YK€ TOBOPHIIN) € M3y4aeMbIM 00pa3lioM, COJIepKaluM
CIIOKHYIO cMeCh MedeHbIX TeM uiu uHbIM criocoboMm PHK nnu JIHK, a nanee anHanu3upyroT noy4eHHbIH
pe3yJbTaT ¢ MOMOLIbIO CIIEHUAIBHBIX TPUOOPOB — cKkaHepoB. [1o moaydyaemoil kapTHHE MOKHO CYAUTh O
TOM, YTO UMEHHO COACPKUTCS B aHAIH3UpPyeMoM oOpasiie. Takum oOpa3zoM, obecrieunBaeTcsi IpoBepKa
Ha COOTBETCTBHME M3BECTHBIX M Hen3BecTHBIX 00pas3ioB JIHK u aBTOMaTH3MpyeTcs mpouecc Ux HJIEHTHU-
¢bukanuu.

VIHBIMH CIIOBaMH, GHOYMIT — 3TO HOBOE M3JE/IHE, KOTOPOE BBICTYNACT B POJIM GUONOrHYECKOTO
SKBHMBAJIEHTA MHKpPOYHUIIA KOMIIbIOTEPA, 32 UCKIIOYEHHEM TOTO, YTO, BMECTO BBIOJIHEHUS MUJUIMOHOB
MaTeMaTHYECKUX JEHCTBUM, MCHOIb3YIOUINX JIEKTPUUYECTBO, 31ECh MPOUCXOIUT pacindpoBka paboThI
TBICSIY T€HOB 3a CYET Ipoliecca TnOpUIn3alnu.

Buonozuueckue MUKDOHURDL

7 . N

JHK-mukpounn (aursi. DNA microarray) — 3T0 TEXHOJIOTHS, UCTIONb3yeMast B MOJICKYJISIpHOM Ononorun u meaunune. Co-
BpeMeHHbIH JJHK-MUKpOUHIT COCTOUT M3 THICSY JIE30KCHOJIMTOHYKJICOTHIOB (30HIOB, MIIM NIP0O0), CTPYNIHUPOBAHHBIX B BUIE
MHUKPOCKOIIMYECKUX TOUYCK M 3aKPEIUIEHHBIX Ha TBEPAOH moanmoxke. Kaxknas Touka conepxut Heckonbko mukomoneit JTHK ¢
ompeeIEHHON HYKJICOTHAHON mocaenoBaTenbHocThi0. Onuronykineotuas JHK-mukpounia MoryT 66ITh KOPOTKUMH y4acT-
KaM¥ T€HOB WJIH IpYTruX GyHKIHOHAIBHBIX dseMeHToB JIHK u ucnonssytores ans rubpuanzanym ¢ K IHK niun MPHK (xkPHK).
I'ubpuan3anys 3012 1 MUIIEHH PETUCTPUPYETCS M KOIUIECTBEHHO XapaKTepHU3yeTcs IIPHU OMO-
M (QITFOOPECHEHIMY HITH XEMITIOMUHECLICHITNHY, YTO TO3BOJIIET ONPEEIATh OTHOCUTEIHHOE KOJTUIECTBO HYKICHHOBOH KH-
CJIOTHI C 3aJaHHO MOCIIeI0BATEIHHOCTHIO B 00pasIe.

85



I'eHHblE KOHCTPYKIMU OpTaHKU3Ma YeloBeKa U )KUBOTHBIX ABTOp Makapos JI.M.

B nocnennee Bpems aktuBHO pasBuBarorcsi JJHK-rexHomorumm, KoTopbie MO3BOJISIIOT HE TOJBKO
OIpeeNsATh NIPU3HAK, HO U OJHOBPEMEHHO MPOBOJAUTH AU pepeHInaIbHbII CUKBEHC, T.€. ONpeIeiIeHHe
TOUYEYHBIX MYyTalUH WIM MOJIUMOP(PU3MA B U3BECTHBIX Y4YacTKax reHoma. /laHHbIEe TEXHOJOTMH HMEIOT
3HAYUTENIbHbIE NPEUMYIIECTBA Mepe]] TPAAULIUOHHBIMU MOJIEKYJISIPHO-OMOIOrMYECKUMU METOAAMHU, T.K.
OHU TO3BOJISIIOT MUHHMATIOPU3UPOBATH MCCIEyeMblii 00pa3ell U aHanu3aTop, YTO 3HAUUTEIBHO CHU)KAET
CTOMMOCTb aHaJIn3a U BPEMs €ro IMPOBEACHHUSI, a TAKXKE OJHOBPEMEHHO OIPEIEATh Pa3IMYHbIE TapamMeT-
pBl uccieayemoro oOpasia, npuueM 0e3 MOTepu YYyBCTBUTEIBHOCTH aMIUTM(HUKAIMOHHBIX METOIOB.
['maBHBIM IPENMYILECTBOM METOJJOB OCHOBAaHHBIX Ha MCIOJIb30BAaHUU YHUIIOB C OJIMTOHYKJICOTHAMH BCEX
BO3MOXXHBIX HYKJICOTUIHBIX I1OCIENOBATEIbHOCTEN JAHHOM JJIMHBI, SIBJISIETCS UX YHUBEpcalbHOCTh. Ha-
JM4YUE HA YUIIEe OJUTOHYKJIEOTH]IA JIF0OOH IOCIEeJ0BATEIbHOCTU AEIaeT BO3MOXKHBIM aHAIM3 JIFOOOH HC-
CcllelyeMOH Mocye10BaTeIbHOCTH. B 0ocHOBE MpUMEHEHUST MUKPOUMITIOB JIEKHUT MPUHIHUI OBICTPOTO OIpe-
JIeJIEHUs] B3aUMOJIEUCTBUIN TE€X WJIM UHBIX JIMTAHJOB CO MHOXECTBOM Pa3JIMYHBIX 30HJOB OJIHOBPEMEHHO.
CoOCTBEHHO OMOJIOrMYECKHE MHUKPOUYHUIIBI MPEICTABIAIOT COOOM Ty WM MHYIO TBEPAYIO MOIJIOKKY, Ha
KOTOpOI HaHECEHbI WIN ONpeeNeHHbIe (parMeHThl HYKJICHMHOBBIX KUCIIOT, WA O€JIKHU, WIN YIIEBOJBI,
WIN KaKue-1100 MHbIE MOJIEKYIbI-30Hbl, CIOCOOHBIE OBITh Y3HAHHBIMU WJIH MPOSIBIISATH OMOJIOTUYECKYIO
aKTUBHOCTH. KONMYECTBO pa3inyHBIX 30HAOB Ha MOJJIOKKE MOKET JOCTUraTh COTEH THICAY, IPUYEM YH-
bl K&KAO0T0 THIA CTPOTO MAEHTHYHBI U MIPU CYLIECTBYIOIINUX TEXHOJIOTHSIX MOTYT ObITh PEIUIUIIUPOBAHbI
B COTHSIX ThICAY M MUJUIMOHAX KOIUI HAHECEHHBIX Ha MOJJIOXKKY.

AHK-mukpouunut

CymectBytor 6enkoBsle, JIHK, yrineBoausie, Tkaneble yunbl. Oco00ro BHUMaHUS 3aCiy>KUBAIOT
JHK-uune1. OHu npeacTaBisitoT coO00M YHUKAIBbHBIN aHATMTUYECKUA WHCTPYMEHT, TIO3BOJISIFOLITUI OTIpe-
JeNATh HaJIM4re B aHAIM3UPYeMOM o0pa3iie (Kak MpaBuiio, OMOJIOTMYECKOr0 MIPOUCXOXKICHUSA) 3aJaHHBIX
nocnenoBarensHocTedt JIHK (T.1H. rubpuanzanmnonnsiii ananu3). [IpoBenenne ananuza ¢ momoinsio JJHK—
YUIIOB OOXOJIUTCS B HECKOJBKO Pa3 JELIeBIIE, YeM IPH UCIOJIb30BAHUU aJbTEPHATUBHBIX TEXHOJOTUH
(amextpodopes, I[P B peasibHOM BpeMEHM) M JOIYCKAET, MIPU HAJTUYMH JETEKTOpPAa HECIOKHOW KOHCT-
pyKuuu, paboTy BHE J1a00paTOpUH.

Bnepssie JIHK—4umnbr Ob1TH UCTIOB30BaHBI B UCCIIEIOBAHUAX B KOHIIE 80-X roJ0B MPOIIIOTO Be-
Ka. B ocHOBe 3TOro Temepp yXe HIMPOKO PaclpOCTPAHEHHOTO METOJA, MO3BOJISIOIIETO OJHOBPEMEHHO
AHAJIM3UPOBATh SKCIPECCHI0 MHOKECTBA I'€HOB, JIGKUT NpuHuuN y3HaBaHus MPHK-oBbix mnm kJIHK-
OBBIX MUILIEHEH MOCPEICTBOM UX T'MOpUAM3AlMK C UMMOOMIN30BaHHBIMM HAa MUKPOYHIIE OJIHOLIENOYey-
HeiMH (pparmentamu JTHK.

JHK—uun — 310 TBepAas MmoJyuioxkka, Ha KOTOpO MMMOOMIM30BaHbl (KaK MPaBUIIO, KOBAJIEHTHO)
onHonuresble (pparmMenTsl JJHK pasnoit qnunsl: kopotkue — 15-25 Hyki1eoTu 0B, IIMHHbIE — 25-60 HYK-
neotunoB u k/IHK ¢parmentsr — ot 100 1o 3000 nykieotunoB. B kauecTBe Marepuasna MoAI0KKH HC-
MOJIB3YIOT CTEKJIO0, KPEMHHM, pa3IuyHble MOJUMEPDI, TUAPOrenH (HaIpUMep, Ha OCHOBE MOJIHaKpHUIaMU-
71a) ¥ Jaxke 30J10TO.

T'ubpuouszayusa-ocnoea mexnonozuu

OcHoBa Bcex coBpemeHHbIX J[IHK-TexHomoruii — rubpuausanus. B pesynbrare rudbpuanzanuu
MOJICKYJIbl HYKJIEMHOBBIX KHCIIOT CIIOCOOHBI ()OPMHPOBATH YCTOMUYMBBIE IBYXLEMOYEUHBIE CTPYKTYpPbI
Osarozaps CBSI3SIM MEXAY dJIEMEHTaMH MOJIEKYJ - Hykieotunamu. Hykneorun anenus (A) KOMILUTUMEH-
taped TuMuHy (T), ryanun (I') - nutozuny (I[). B pesynbrare omHolenodeuHas MoCieq0BaTEIbHOCTh
HykineotuoB ATI'L] Gyner oOpa3oBbIBaTh CTaOMJIBHYIO acCOLMALIMIO, JBYXUEHNOYEUHYIO CTPYKTYPY, C
onHouenovyeunor monekyinoit JJHK cocraBa TALIIL'.

Pucynok 28 Cxema pabouero npoiiecca Ha Ououune

LATIIL. . [lonobHast KOMIUIEMEHTapHOCTb NPUBOJUT K «CIUIAHUIO» JABYX
BEN monekyn JIHK, onHa M3 KOTOpPBIX MOXKET OBITh HEMOJBHKHO 3aKpeIlIeHa Ha
TAIIT noJsoXkKe, U sBiaATbea 3nemMeHToM JIHK-umma. Uem Oonblue copepxurcs B

06pa3ue MOJICKYJI KOMIUVIMMCHTAPHBIX 3JICMCHTAM 4HIId, TEM 0oJIbIIIE UX 6y,[[eT
CBA3BIBATHCA C YHIIOM, MW TEM BBIIIC 6YH€T HMHTCHCHUBHOCTL CHI'HaJIa,
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BOCIIPUHMMAEMOro OT JaHHOro anemeHrta. Ha puc. 28 nokaszan npunuun aeiicteus sueviku JHK nnm
OJIUTOHYKJIEOTHIHOTO OMOYMIIa, OCHOBAHHBIN Ha KOMILJIEMEHTAPHBIX B3aMMOJECHCTBUSIX OCHOBAaHUS afie-
HuHa (A ) ¢ TumunoM (T ) u ryanuna (G ) ¢ nutosunom (C ) B n1Byx Hutax JHK.

Ecnu nocnepoBarenbHOCTh ocHOBaHUM B ogHoW HUTH JJHK (mim onuronykneorusa) nmoHOCTbIO
KOMILUIEMEHTapHa TOCIIE0BAaTEIbHOCTU JIPYroil HUTH, TO o0pa3yeTcs CTaOWiIbHAas COBEpLICHHAs JBYX-
HUTYaTasg coupaib - aymiekc. OAHako MPUCYTCTBUE B AYIUIEKCE J1a)K€ OJHOM HENpaBWJIbHOHN Maphl, Ha-
npumep G-G, npenorspamiaer oOpasoBanue ayriekca. Ecin mMMOOMIN30BaTh B OJJHOM U3 3JIEMEHTOB
MUKpouuna crneuuduueckyto onHouenodeunyro JHK wam, nmomoxxum, 20-MepHBIH OJUTOHYKIEOTHA
(mpo0y), TO mpu A00ABICHUHM K MUKPOYMITY MEUEHHBIX (IIOOPECHEHTHBIMU KPacUTEIsIMH (parMeHTOB
JIHK, HanpuMep reHoma yesoBeka, OyJeT MPOUCXOAUTh UX BhICOKOCHENU(PHUUHOE B3auMojieicTBUE. 3a-
JAHHBIA OJIMTOHYKJICOTHIHBIA 3JEMEHT OMOYMIa Crienu(pUUECKH CBSDKET TOJBKO OJIHY KOMILJIEMEHTap-
Hyto mocaeaoBaTenbHOCTh U3 420=1.09x1012 Bcex BO3MOKHBIX MOCIIEIOBATEIHFHOCTEH ITOW JJIMHBI B
JHK. B pe3ynbrare ¢uitoopeclieHTHOe CBeUeHHE HAOII0AaeTCsl TOJIbKO Ha TOM KOMIUIEMEHTApHOM 3JIe-
MeHTe Ouoummna. Takum oOpa3om, OIUH 3JIEMEHT OWOYHMIA MPOU3BOAUT OJIHY BBHIOOPKY NMPHUMEPHO W3
TPWIJIMOHA BO3MOKHBIX BapUAHTOB, B OTJIMYUE OT 2JEMEHTA NIEKTPOHHOIO YMIIA, TJE€ MPOUCXOIUT JIBO-
nyHas Beioopka: J1A unu HET.

I[IpH HEKOMIIEMEHTARHOCTH TIps KOMONEMEHTAPHOCTH
TEMHOE MATHO CROTNOE IATHO

rHMMGﬁHJIH‘iﬂBaHHbIﬁ ONHFOHYKTEOTHIHBIN 30H] Ha ﬁm:umrm|

Puc. 29. Cxema oOpazoBanus asoinoit cnupanu JJHK na 6Guounrne.

OnuronykaeoTu]; GUKCUPOBAH HA OJHOM U3 AJIEMEHTOB OHMOUYMIIa U U30MPATENIbHO CBS3bIBACT U3
MHOTHMX ¢uiyopectieHTHO MeueHbIX ¢pparmenToB JIHK Tonpko koMruieMeHTapHbId. B pe3ynbraTe TOJIBKO
3TOT 3JIEMEHT HAUYMHAET CBETUTHCS. DTO MPOUCXOAUT Ojarofaps BbICOKO-CIEHU(DUUHBIM B3aUMOIEUCT-
BUAM KOMIUIeMeHTapHbIX mnap HykiaeoTtunoB A ¢ T u G ¢ C. [IpucyrcTBue HEKOMILIEMEHTAPHOM Naphbl,
Hanpumep G-G, npeoTBpaliaeT B3auMOICHCTBUE U OCTABIISIET JIEMEHT MUKPOUUIIA TEMHBIM.

Hcnonp3yemsle It ONpesieeHus apaMeTpoB rHOpUIN3alul YCTPOICTBA MO3BOJISIIOT PETHCTPU-
pOBaTh HE TOJIBKO KOHEYHBIN pe3yabTaT, HO U KHHETUKY ACCOLMALNY U JUCCOLHUALNH KOMIUIEMEHTAPHBIX
nene. OTH TeXHOJIOTHH, JieNas BO3MOXKHBIM MHOTONIapaMeTpUYEeCKU aHallu3 00pa3lioB, MOTYT Mpeioc-
TaBJATh OO0JIbILIOE KOJIMYecTBO MH(popManuu. Pesynbrarel rubpuauzanuu 3asucart ot anussl JJHK - npo-
Ob1, XuMHueckoro cocrasa Meuenoit JIHK - muienu, remneparypsl, Ipyu KOTOPOH MPOBOIUTCS THOPUAU-
3aIusi, COCTaBa THOPUIN3AIIMOHHON CMECH, THIa (IIyOpPECIICHTHOM METKH. 37€Ch HEOOXOAMMO OTMETHUT,
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yro B JIHK-unnax B OCHOBHOM HCHOJIb3YyeTCs MAccUBHas rubpuauszanus, T.e. Bzaumoneiicreue JJHK-
MHUILIEHA ¢ UMMOOHUIN30BAaHHOM Hp060ﬁ ABJIICTCA BEPOATHOCTHBIM ITPOLECCOM U 3aBUCUT OT PAaA3JIMYHBIX
YCIIOBH.

Ilpumenenue THK-uunos

OneHka cocTOSTHUS U UACHTU(DUKAIMS BCEX T€HOB MCCIEAYEMOro OpraHu3Ma SIBJISIeTCsSl OJHON U3
BXHEHIINUX 3a]1a4, MOCTaBICHHBIX mepea paspadborunkamu JIHK-uumoB. Pemenue 3Toil 3agaun MOXeT
OBITh peaIn30BaHO B MMMOOWJIM3ALMU BCEX I'€HOB OpraHu3Ma Ha OMOJOTMYECKHUI YU, YTO MO3BOJIMT
KOMILIEKCHO OLICHUTh COCTOSIHHE I'€HOB U I'€HOMa B I1esoM. buorenernueckue 0a3bl JaHHBIX, COJEpKa-
1€ BCl0 MH(GOpMaLKIO0 (CUCTEMATU3UPOBAHHYIO) 110 T€HAM U F€HOMaM Pa3jNYHbIX OpPraHU3MOB, Ipe.-
CTaBJIAIOT UCCIIEN0BATENSIM OITPOMHBIE BO3MOKHOCTH B qu3aiine JIHK-uunos.

K 0CHOBHBIM IpUYMHAM HIMPOKOTO PacCHpOCTpaHEHUsI OMOUYUIIOBBIX UCCIIEIOBUAHUI OTHOCST BbI-
COKYIO UyBCTBUTEJIBHOCTb, CIIEUU(UIHOCTh U BOCIPOU3BOIUMOCTD, IPOCTOTY MPOLIEAYPHI BHIIOIHEHUS,
BO3MO>XHOCTh OJIHOBPEMEHHOI'O aHajM3a MHOXKECTBA IapaMEeTPOB U OTHOCUTEIBHO HEBBICOKYIO CTOM-
MOCTh PabOT. DTH K€ MPUYHMHBI 3aCTABISIOT pacCMaTPUBATh OMOYMIIBI KAK MEPCHEKTUBHBIN HHCTPYMEHT
B Pa3IMUHBIX 00J1aCTIX HAPOJHOIO XO3HCTBA.

[ToaBOas HEKOTOPBIE UTOTH HY>KHO OTMETHTh, YTO MUKPOYHIIBI SIBISIFOTCS () (PEKTUBHBIM MOJIXO0-
JIOM U1l OTHOBPEMEHHON HUJEHTU(PUKALUU OT JAECATKOB J0 ThICSIY I'€HOB U UX CTPYKTYPHOI'O aHajlu3a,
JUIS. BBISIBIICHUS CHICHM(PUYHBIX HYKICOTUAHBIX MMOCIEI0BATEIFHOCTE U HYKJICOTHAHBIX Bapualuil B UX
cTpykType. OHaKo, KOTia reHbl MPUCYTCTBYIOT B TEHOME B KOJIMUECTBE OJHON MJIM HECKOJIbKUX KOMH,
C YeM MOCTOSIHHO M MPUXOAUTCS CTAIKUBATHCS B KIMHUYECKOW MPAKTHKE, TpeOyeTcs UX MmpeaBapuTeb-
Hasg ammuindukamus. Hanbonee a¢pdextuBabiM Merogom ammuindukanmuu JHK sBnsiercs monmmepasnas
LIENIHAs PeaKLys, B MPOLECCe KOTOPOH NMPOUCXOAUT IKCIIOHEHIIMAIBHOE YBEJIMUYEHNUE KOJIMYECTBA MOJIe-
kyn1 JJHK oT HeckonbKuX 10 MIJLTHOHOB M 00Jiee KOIMH, 8 OCHOBHOE JOCTOMHCTBO TaKOT'O BHJIA I'H_[P8
kak Real Time, no3BoJsIOT JaBaTh Aa)ke KOJIMYECTBEHHYIO OLIEHKY MCCIEAYEeMON MaTpHLbl. ITO HMEeT
BaKHOE 3HAUYECHME JJIS pElIeHUs 3a7a4d B 00JacTu pa3BUTHs (yHIaMEHTAIbHBIX U MHTErPAIbHBIX HAYK, a
TaK kK€ ONTUMHU3AIUHU YCIOBUNA METOAO0B IMATHOCTUKHU.

Wrak, nBa metoda, cTaBIINe y)Xe TPAAULMOHHBIMU AJI1 HEKOTOPBIX OOJacTel HAYKH U MPHUKIA-
HBIX TEXHOJIOTHIA, Ha PSy CO CBOMMH HEJIOCTATKaMHU HMEIOT COBEPIIICHHO YHUKAIbHBIC JOCTOMHCTBA.
RealTime ITLIP:

JlaeT BO3MOXXHOCTh OIICHUBATH KOJMYECTBO HCXOJIHON MATPHIIBL;

He TpeOyeT AOMOTHUTENBHBIX TPYAOEMKHX TaroB paboThL;

OTCYTCTBHE CTaJIUU 3JIeKTpodope3a Mmo3BoJISIET MUHIMH3UPOBATh PUCK KOHTAMHHAIMNA M TaKUM
00pa3oM YMEHBIIUTH YUCIIO JIOKHOMOJIOKUTENBHBIX PE3yIbTaTOB;

HCIIOJIb30BAHNE MAaTEeMAaTHYECKUX METOJOB aHAIHM3a IO3BOJISET MPOBOJINUTH ABTOMATHYECKYIO MH-
TEpIpPETAUIO MOTYYCHHBIX PE3YyJIbTaTOB M CHUMAET MpoOieMy CyOBEKTHBHOH OIIEHKH 3JIEeKTpodope-
rpaMM;

obecrnieunBaeT MeHee cTporue TpeboBanus k opranuzanuu [11[P-nmaboparopun u aBTOMaTH4EeCKON
pPETHUCTpAIMH U UHTEPIIPETALUA PE3YIbTaTOB;

MO3BOJISIET SKOHOMUTH BPEMSI.

Buonozuueckue mukpouunsi:

MO3BOJISIFOT MUHUATIOPU3UPOBATH 00pa3ell U aHaIu3aTop;

SKOHOMHT BPEMS M CTOMMOCTh aHAJIN3a;

MO3BOJISIET OTHOBPEMEHHO OIPEAETATh HECKOIBKO TapaMeTPOB UCCIIETyeMOro o0pasia;

yOJaaeT BEICOKOH TyBCTBUTEIIBHOCTHIO aMIUTH(PUKAITMOHHBIX METOJIOB, CITEIIU(DHUIHOCTHIO U
BOCIIPOU3BOMMOCTHIO;

oOecreunBaeT MPOCTOTY MPOIEAYPHI BHIITOITHCHHS PAOOTHI.

8 o o o

[Tonmumepasznas nenHas peaknus (I11[P) — sxcnepuMeHTaNbHBIM METOA MOJIEKYIIPHON OMOIOTHH, TO3BOJISIOMINN TOOUTHCS
3HAYUTENBHOTO YBEIMUEHUS MaJIbIX KOHIIEHTPAIMH onpeeéHHbIX (pparmeHToB HykienHoBoi kuciotsl (JJHK) B Guonoruye-
CcKOM MaTepuaie (mpooe).
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Bo3MoxHO, 4TO 00bEeIMHUE 3TUX METOOB 3a CUET MepPeBo/Ia MOIUMEPA3HON IIEMHON peakuu B popmar
MHUKPOYHUIIOB TTO3BOJIUT CO3/1aTh IMarHOCTHYECKYIO CHCTEMY HOBOTO IMOKOJIEHHUS, KOTOPYIO OyIyT Xapak-
TEepPHU30BaTh CIEAYIONINE KauecTBa: O0Jiee BhICOKAsk YyBCTBUTEIHLHOCTD U, IIaBHBIM 00pa3oMm, crierudpud-
HOCTB OTIPE/ICIICHUSI HyKJICMHOBBIX KHCIIOT, BRICOKAs TIPOMU3BOJAUTEIBHOCTh TIPH HU3KOW CE0ECTOMMOCTH
BBHITIOJTHEHUS aHANIK3a, 00IIee COKPAIlEHNE KOIMYeCTBA MAHUITYIIALUN B TIPeIeax KaXa0ro Tama aHa-
u3a.

B Hacrosiiee BpeMs MccienoBaHUS T€HHOM 3KCIPECCHH YacTO MPOBOSTCS C MCIOJIb30BaHUEM
BbICOK03()(PEeKTUBHBIX MHKpOUMIOB psifa ¢upM. Y dupmbl Affymetrix oHM MpeacTaBiasioT coOoi Ma-
JIEHbKHE IIJIACTUHKH, B MUKPOJYHKH KOTOPBIX HaHeCeHbl KOpoTkue (2025 HyKJIeOTHI0B) IPOObI, KOM-
IUIEMEHTApHBIE IIOCIEA0BATEIBHOCTAM HCCIENYEMBbIX T€HOB. lIpn 3TOM KakIOMy I'€HY COOTBETCTBYET
HeckoJibko (10-20) Takux mpo6. ITO CyNMIEeCTBEHHO MOBBIMIAET TOYHOCTh M BOCIIPOM3BOIUMOCTH KOJIUYE-
CTBEHHOI'0 aHajM3a IeHHOW 3kcrpeccuu. IIOTHOCTH pa3merieHuss npod, a ciIeoBaTeNbHO KOJIUYECTBO
I€HOB, aHAJIM3UPYEMbIX HA OJHOM YHUIIE€, MOTYT OBbITh CTOJIb BEJIMKH, YTO OJUH TaKOW 4YWIl CIOCOOEH OX-
BaTUTh Bce TeHbl yenoBeka. C TaKUM MHUKPOUYHUIIOM MPOBOIAT FHOPHUIN3ALMI0 MEYEHBIX KOMHMM CyMMap-
Hoit PHK winerku (xIHK). braronaps koMmmiuemMeHTapHOCTH LeNel, B KaX/10i JyHKe THOpUAU3yeTcs OT-
nenbHast ¢paxuus k/IHK. 3arem aBromMarnuecku MHKPOMETOAAMHU ONPEACISAETCS CIIEKTP MeHOB, U3Me-
HSIOIIMX CBOIO AKCIIPECCHIO B OJIHOM THUIIE KJIETOK 10 CPaBHEHHIO C ApyruM. B pesynbTate MOoXkHO pac-
nucath (PyHKIIMOHAJIIBHOE COCTOSIHUS OTPOMHOI0 YHCiIa T€HOB Ha KaX/Iblii KOHKPETHBI MOMEHT BpEeMEHHU
B KQ)KJIOM ONPEEIEHHOM THUIIE KJIETOK.

Mooenuposanue — 8axcHulit HOOX00 K HOHUMAHUIO PYHKUUU 2€HO8

EcTtecTBeHHO, YTO yueHBIE HE BCEr/a MOTYT MMPOBOJAUTH UCIIBITAHUS HA )KHBOM YEJIOBEUECKOM Op-
ranu3me. Ho 13 3TOro mosjokeHust ecTb onpeaeieHHbld Bbixoa. CpaBHEHUsI TEHOMOB MPOCTHIX U CIOX-
HBIX OPTaHM3MOB YKa3bIBA€T Ha CYIIECTBEHHBIM KOHCEPBATH3M (DYHKIIMI T€HOB. DTOT KOHCEPBATU3M HE
TOJIBKO JEMOHCTPHUPYET TOT (DaKT, YTO )KM3Hb HA 3eMJIe OCHOBaHA HA OOIIUX MPHUHIIMIIAX, HO U MPEA0C-
TaBIISIET SKCIMEPUMEHTATOPAM HMHCTPYMEHT, MO3BOJISIOMNMA, UCCIeays GYHKIIMH TE€HOB Y MPOCTHIX Opra-
HU3MOB, JeNIaTh 3aKII0UeHUs 0 (PYHKIIUU TeHOB y OoJiee CIOXKHBIX, BKIIOYast yenoBeka. [1o aToit nmpuumnne
YK€ JJaBHO B SKCIIEPUMEHTAX CTAJIA IIMPOKO UCTIOIH30BATh PA3IMYHbIC )KUBOTHBIE OPTAaHU3MBI, TOBOPS B
3TUX CIy4dasx O MOJAEIUPOBAHUU MPOLIECCOB, MPOUCXOIAIIUX Y ueraoBeka. Jjis MOAeIupOBaHUS UCTIOJIb-
3YIOTCSI pa3JIMYHbIC )KUBOTHBIC, HAYMHASI OT HEMATO bl U KOHYAst 00e3bsITHAMHU.

Mopnens — 3T0O KOHEYHO ke 00pasell, HeKoe Moo0ue opurnHaia (CBUpeNilb He MOKET 3aMEHUTh
COJIOBBSI), HO OHA 3a4acTyl0 MHOT'O TOBOPUT YYEHBIM O caMoM opuruHaie. [Ipu sTom momens momoraer
PEIINUTh TIaBHYIO NMPoOJIeMy — IMOHATh YEIOBEKa, He 3aTparuBasi B AKCIIEpUMEHTax ero camoro. Hampa-
IIMBAETCA TaKas, XOTS M HECKOJIBKO OTJaJeHHas!, IUTepaTypHas aHaJoTHs. DTO BCE PaBHO, KaK CPaBHH-
BaTh JJOCTOBEPHYIO JIETOMUCH 00 OMpPEIeICHHOM COOBITUM U JIETEHTy WU CKa3Ky, IJIe 9TO TaKKe OTpaxKe-
HO.

OpnuM u3 HauboJee MUPOKO UCTIOIB3YEMbIX JJI MOACTUPOBAHUS OPTaHU3MOB CIYKUT MbIIIb. C
Hel MBI yacTo Oopemcsi B OBITYy, pyraeMm €e, TpaBUM, a BOT B HayKe OHA OCTAeTCS OJHHM U3 OCHOBHBIX
00BEKTOB HccleaoBaHus. J[eo He TOTBKO B TOM, YTO MBIIIL — BEChbMa JIOCTYIHBIN U JACIIEBbII 00BEKT, a
TJIAaBHBIM 00pa3oM B TOM (KaK 3TO, MOXET OBITh, HE COBCEM MPUSITHO YUTATENIO), UYTO YCTPOHUCTBO T€HOMA
Y CaMU T'€Hbl Y MBILIU JOBOJbHO CXOJIHbI C YEJIOBEUECKUMHU.

B nocnennue ronpl yueHble HAYUYUIIUCH JTaXe TOJIy9aTh MBIIICH ¢ TeHaMH deoBeka. [lyist 3Toi me-
JIU B Ka4eCTBE MHILIEHU UCTIOIB3YIOT OOBIYHO €€ OTUIOOTBOPEHHYIO SHIEKIEeTKY. Yalle Bcero reH BBOIST
C TIOMOIIbI0 MUKPOTIUTIETKH B SIAPO ATOU KIETKU. [Ipu ynauyHoM cTedeHn 00CTOSTENHCTB (OOBIYHO TaKOe
cTeueHre npoucxoaut B 5—10% ciydasix) reH BCTpauBaeTCsl B TEHOM MBIIIN U MOCJIE 3TOr0 CTAHOBUTCS
TaKUM JK€, KaK U COOCTBEHHBIC MBIIIIMHBIE TeHBI. B pe3ynbrare, Korja u3 mpoonepUpOBaHHON SIHICKIIET-
KM BBIPACTaeT MOTOMCTBO, OHO COJIEPKUT HOBBIM, paHEe HE UMEBIIUNCS Y HUX T'€H — TpaHcreH. Takue
YKUBOTHBIC MOJTYYMIIN Ha3BaHUE TpaHCTEHHBIX. HampuMmep, Korjia MblliaM BBEJIM T€H TOPMOHA POCTa Ye-
JIOBEKA, OHU YBETTUYMIIU pa3Mep CBOETO Tefa MOYTH B J1Ba pasa (puc. 30).

&9



I'eHHblE KOHCTPYKIMU OpTaHKU3Ma YeloBeKa U )KUBOTHBIX ABTOp Makapos JI.M.

Korna »xe UM BBOAMIIN 4eJIOBEYECKHE «OOJIbHBIE» OHKOTIE€HBI, TO Yy TAaKUX TPAHCTECHHBIX MBbIILIEH
9YacTO Pa3BUBAINCH OIYXOJIM TOTO K€ THIIA, YTO M y YenoBeka. [logo0HOro poma sKcrepuMeHTHl ObUTH
IIPOBE/ICHBI YK€ C JeCATKAMU COTEH Pa3IUYHbIX TeHoB. M3yuas Ouonoruueckue 3¢pdexrs pazHooOpas-
HBIX (TIOPOI COBEPIIICHHO HE N3YUEHHBIX ) TCHOB Y MBIIICH, YUe€HBIE JOBOJIBHO YBEPEHHO JENIAIOT BBIBOIBI
00 MX BepOSITHOM (PyHKIMM y YeTIOBEKa.

Bornee Toro, B mocieanne Toabl ObUTH CO3/IaHBI CTICIUATBHBIE BEChMa W30IIPEHHBIC U METOIUYe-
CKH CJIOXHbBIE T€HETUYECKHUE MPUEMbI, KOTOPBIE MO3BOJISIOT HANPABIEHHO U3MEHSTh PabOTy OIpe/eNeH-
HBIX, Y)K€ UMEIONINXCS] MBIIIUHBIX T€HOB B TEX WJIM JPYT'MX OpraHax M Ha TeX WM MHBIX JTalax pa3BH-
Tus. B yacTHOCTH, HallZIEHbI MOJIEKYJISIPHBIE ITOAXO/Ibl, KOTOPBIE ITO3BOJISIOT MOJIHOCTBHIO BBIKIIKOYAThH pa-
00Ty CTpOTO OmpeeNieHHBIX T€HOB (3TO HAa3bIBAIOT HOKAYTHPOBAHWEM T'€HOB). MBIIIM ¢ TaKUMH, HaXO-
JSIIIUMUCS. «B HOKAyTe» I'€HaMH, Jal0T BO3MOXKHOCTh KaK BBICHATH POJb Ui )KU3HEICATEIbHOCTH yiKe
M3BECTHBIX TEHOB, TaK M HJICHTH()UINPOBATh HOBBIC TE€HBI, BXKHBIC JIJISI PA3IIMYHBIX ACTIEKTOB JKU3HU Ye-
JIOBEKA.

Puc. 30. ®otorpadus HOpManbHOI MBIIIN

IIporeomuxa

Ot rena k 6enky. Cam o ceGe reH — JIMIIb ONpPeAETIeHHAs MOCIEeJ0BATEIbHOCTh HYKJICOTHI0B.
Ero ocHoBHas 3amaya — o0ecreyuTh IPOU3BOJICTBO HAa CBET CTPOIO ONPEIENICHHOro Oenka (B KpalHeM
ciyyae PHK). CymecTByeT naxke BbIpaK€HHE: «T€HbI — IOBAapeHHAs KHMIa, MCIEUIpEeHHas ThICSYaMHU
peLenToB; OeJIKKM — YrollleHUE, BHICTABICHHOE HA CTOM». B MOCTreHOMHYIO 3py MOSIBUJIMCH HOBBIE BO3-
MO>KHOCTH HE TOJIBKO JJIs1 ()yHKIMOHAJIBHONM T'€HOMHUKH, HO U Ui UCCIIEOBaHMs CaMUX OEJIKOB — OC-
HOBHBIX KUPIUYHUKOB KUBOTO.

Bbenku (1M, Kak erie UX Ha3bIBaIOT, MPOTEUHBI) U3BECTHBI HaM yxe okoio 200 sner. B nagane XIX
CTOJIETHSI XUMHMKH BBIOpAIN UMS «IIPOTEUHBD IS 3TUX BEILECTB OT IPEYECKOT0 CIOBA «proteiosy», o3Ha-
YAIOLIET0 «IEePBbI» WITN «BXHEHIINN». B pycckoM s3bIKe 3TH BellecTBa yallle Ha3biBatoTcs Oenkamu. 1
BOT TeIeph, Ha 0a3e FTeHOMUKH BO3HUKJIO HOBOE HAIIPaBJICHUE UCCIEI0BAaHUNA —IIPOTEOMHUKA.

[Iporeomuka — 3TO U3ydeHue Bcell COBOKYIMHOCTH OEJKOB KJIETOK U MX B3aUMOJEHCTBUS B LIEIOM
opraHusMe. YueHble B 00JaCTU MPOTEOMUKH U3YYaIOT «IIPOU3BOJCTBOY» OEIKOB, UX CTPYKTYPY U COCTaB,
pasznuyHbie MOIU(HUKAIIMK TTOCTIE CHHTEe3a, GYHKIIMU 1 MeTabonu3M. Bee 3Tu ucciaenoBanms UMEIOT OJTHY
o0IIYyIO0 1IeTb: UISHTU(PULIUPOBATh Bce OENKU, paboTarolue B KaKJJOM THIIE KJIETOK B KaXJblil ompese-
JICHHBI MOMEHT UX JKU3HEHHOTO LIMKJIA, ¥ TIOHATh B COBOKYITHOCTH UX CJIOKHBIN METa0OIU3M.

MacmTal npezacrosieii paboTsl IpeACTaBIseTcs OrpoMHBIM. Belb BO B3pOCIOM OpraHu3Me de-
noBeka B 1014 ero pa3ianyuHbIX KJIETOK (QYHKIIMOHUPYET HECKOIBKO JECSTKOB Thicady reHoB. Ho rensl ko-
JIMPYIOT JIMIIb OENKH, a He UX COOPKY B pabOTaIOLIyI0 «MAaIIMHY». BeNKOBBINH «TEKCT» — 3TO TpexMmep-
HBIM MHUp, HAMHOTO IpeBblaomuii Bo3moxxHocTH JJHKoBoro Texcra. Kak numier amepukanckuii 6uonor
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Po6ept Ilomnak, «reHbl — 3TO TMHEHHBIN TEKCT, a OEIKM — TpeXMepHasi CKyJIbITypa». B 6enkoBoM Tek-
CT€, YCIOBHO T'OBOPs, «OyKBa» — 3TO aMHUHOKHCIIOTA, KOPEHb «CJIOBa» — IOCIEI0BATEIbHOCTh aMUHO-
KHCIIOT B €MHUYHOM monunentuae. CBEpThIBAsCh B TPEXMEPHYIO CTPYKTYPY, SAMHUYHBIA MMOJTUMETITU
(dbopMHUpYET 1O CYTH Jelia MOJTHOE «CIOBO», KOTOPOE YK€ MOXKET OBITb M MPOCTHIM IPEAJIOKEHUEM.
Bno6aBok, B xuBOIi KiIeTKe (hopMa OEITKOB MOKET TUHAMUYECKH MEHSTHCS, YTO MPEeBpallaeT uX B MOJI0-
Oue 6oJee CI0KHOM, «KKHHETHYECKON» CKYJIBNTYPHI. Jlajee BOZHUKAIOT CIOKHEHIIIHE «ITPEAJIOKEHUS —
KOMIUIEKCBI, COCTOSIIINE U3 JECATKOB U JIaXKe COTEH OEJKOB.

Takum o0pa3om, pazHooOpa3ue OEITKOBBIX BAPHAHTOB Y HAC 3HAYUTEIIBHO OOJIbIIE, HEXKEIIN TEHOB.
[To HEKOTOPBIM OIlEHKaM, OEJIKOBBIX BAPHAHTOB U MX BCEBO3MOXHBIX KOMIUIEKCOB B HAIIMX KJIETKaX MO-
XKeT HaOpaThcsi ak MmUMoH! CBSI3aHO 9TO C T€M, YTO, KaK TOBOPHWJIOCH BBIIIE, C OAHOTO T'€HA 3a CUET
IBTEPHATHBHOTO CIUIAMCHHTa BO3MOXKHO MMOJIyYeHHE HECKONbKHX pasHblx PHK-komwmii, koTopsie cro-
COOHBI KOAMPOBaTh pa3Hble OenkoBble Lenu (monunentusl). [locneanue, B cBOO oyepeb, MOTYT IO-
pa3HOMY B3aMMOJICHCTBOBATH JIPYT C IPYroM, 00pa3ysi KOMILIEKCHI, COCTOosIINE U3 2—4 1 6oee MmoIuIer-
tun0B. [Ipu 3TOM POopMUPYIOTCS MHOTOUUCIICHHBIE OETKOBBIE KOMITJIEKCHI, 00JIaar0Iie TOPO Pa3HBIMHU

GyHKIUSMU.

Hanpumep, ren no nmenu Ikarus 3a cueT aabTepHaTUBHOrO CIUIAHCHHTa CIIOCOOEH 0OecreunBaTh
oOpa3oBaHMe 6-TU Pa3aMYHBIX MMOJIMUIENTUIOB. A Jajiee U3 HUX B KJIETKE MOXKET COPMUPOBATHCSA OKOJIO
20 pa3HOOOpa3HbIX OEJIKOBBIX KOMIIEKCOB, COCTOSIIIUX MM M3 OJUHAKOBBIX, WM Pa3HbIX MOJIMIENTH-
noB. Takum 00pa3oM, HAlll OPraHU3M COJIEP’KUT TUTAHTCKOE YHCIIO BapUAHTOB OEIKOBBIX MOjeKys. Pas-
BUBAs 3y MBICIb MOXKHO TIPEUIOKUTE pa3pabotky 6a3el SHAHUIA (B3), rae GyayT oToOpaxeHsl Bee u3-
BECTHBIE BapUaHThl pealn3alvu OEIKOBBIX KOMIUIEKCOB. PaKTHYECKH, MO CBOEMY 3ambIciy Takas b3
npocta. OJiHa 3anuck - O0ILEro MjaHa, co3JaeT CCbUIKM K MeHee MH(POpMaTHUBHBIM 3anucsaM. [lomyuaem
BJIO’)KCHHYIO CUCTEMY 3HAHUM.

OtcyrcTBue Takoil b3 CyleCTBEHHO OCIIOKHSAET Ha CETOAHSIIHUN JE€Hb BO3MOYKHOCTb CO3JaHUS
«karasnora 6enkoB». Kpome 6enkoB, B HallleM OpraHu3Me COJAEP>KUTCS OOJIBIIOE KOJUYECTBO APYTUX MO-
JIeKyJ1: JIUIUOB, YIIIEBOIOB, Pa3HOOOPA3HBIX HU3KOMOJIEKYIISIPHBIX OpraHnuecKux coenuHeHuid. Ho Bce-
Takl OCHOBY OCHOB COCTAaBJISIIOT UMEHHO Oesiki. OHU BBINOJHSIOT B KJIETKaX BeCbMa Pa3HOOOpaszHbIE
(GYHKLIMU: OAHU CIYXaT CTPOUTENIbHBIMU MaTepuallaMu KIETKH (CTPYKTypHbIE OCJIKM), JPyTUe BBINOJI-
HAIOT QYHKIUU (EPMEHTOB, KaTaJM3UPysi MHOTOUMCIICHHbIE KJIETOUHbIE XMMHUYECKHUE PEaKLUU, TPETbU
ABJIAIOTCS PETYJIATOPAMHU MTPOLIECCOB PEIUIMKALUH, TPAHCKPUIILIUY U TPAHCIISILIUH.

Cy1iecTBYIOT elle TpaHCHOPTHbIE O€NKH, y4acTBYIOIIME B TPAHCHOPTHUPOBKE META0OJIUTOB B
KJIETKE, OeJIKM-TOPMOHBI, XpaHUJIMIIHbIE OEJIKU, pEeLenTOpHbIe, COKpaTUTENbHbIE U JIp. benku B kieTke
MIOCTOSIHHO CUHTE3UPYIOTCS U MOCTOSIHHO pa3pyliatoTces (nerpaaupytor). Kpome toro, B KieTke OHU pac-
npeJesieHbl MeXIY Pa3HbIMU, OTHOCUTENIBHO W30JIMPOBAHHBIMHU 00JIACTSAMHU, OKPYXEHHBIMU MeMOpaHaMmH,
KOTOpbIE€ Ha3bIBAIOTCS OpraHeljIaMH.

BaxxHo Tax)ke OTMETHTb, UTO B HACTOSIIUNA MOMEHT aHAIN3UPOBAThH OEJIKH CYIIECTBEHHO TPYIHEE,
yeM rensl. Ecnu nponece ceBenuposanus JIHK yxe aBTOMaTu3upoBaH Tak, YTO «C HEHl crpaBuiach Obl
mob6as 00e3bsiHaY, KaK €KO 3aMeTHs1 HoOeneBckuil maypeat /[xeiiMc YOTCOH, TO MeTO/bl aHanu3a Oern-
KOB OKa3aJluCh ropaszno 6osee cinoxkHbiMH. B nanexom 1962 r. Bmecte ¢ Yorconom u Kpukom B CTok-
rosibM ObuH npurinamiensl u3 Kemopumka Jxon Kaunpsio u Makc Ilepyti. OnHu OblTH TOTa YIOCTOSHBI
HoOeneBckoil mpeMuu Mo XMMHH 3a BIEPBbIE OCYLIECTBICHHYIO PACIIM(POBKY TPEXMEPHOU CTPYKTYPHI
IBYX O€IKOB — MHOIJIOOMHA U T'eMOIJI00MHA, — OTBETCTBEHHBIX 3a MEPEHOC KUCIOPOJa B MBIIIIAX U
SPUTPOLIUTAX COOTBETCTBEHHO.

Haxe B Havane 1990-x ronoB pacum@poBKa CTPYKTYpbl KaKIOro HOBOro Oenka HpeicTaBisiia
3HAYUTENbHbIE TPYAHOCTH. Kaxiblii aHanu3 3aHuMai nopoil 0 necstka jger. Ceiluac MeToAbl aHANIMU3a
0€JIKOB 3HAUUTENIHO YCOBEpILICHCTBOBaHbI. OTHAKO BCE €lle NMEePCIEKTUBbI CO3JaHUs «KaTajiora MpoTeu-
HOB» HaMHOro OoJiee OTHaJCHHbI, YeEM IEPCIEKTUBBI CO3JaHMs YHOMSHYTBHIX BbIIIE€ KAaTajJOroB I'€HOB,
CHMIICOB MM Bapuauuii metuiuposanus JJHK. Ot1o apyras akryanbHas npo6iiema reHOMHUKU.

XoT14 1 oT caMoro 1o cede cuHTe3a Oejka ele JaJIeKo 10 CO3JaHMs LEJIOro opraHu3ma, Ho 0e3
O€JIKOB 3TOT MPOLIECC HUKOI/Ia HE MoWaeT. beaku He TOJIBKO COCTaBISAIOT OOJIBLIYIO YacTh KJIETKU Kak
CTPYKTYpPHBIE€ 3JIEMEHTBI, OHU OCYIIECTBISIOT TAK)KE MOCTOSHHBIM TOHKUN KOHTPOJIb 32 BCEMH XHUMUYe-
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CKUMH IPOLIECCAMHU, TPOUCXOIAIIMMU BHYTPU KIIETKH, U30UpaTEIbHO BKIIIOYAsl U BBIKJIIOUYAs UX B CTPOTO
OIIpeJIeIEHHBIE CPOKH U B CTPOTO OTIPENIEIICHHBIX MECTaX. JTO Tereph MOHATHO. Ho He MOHATHO /10 KOHIa
Apyroe: Kak KMEHHO MPOUCXOAUT B KOHEYHOM UTOI€ pa3BUTHE LEJION0 OPraHU3Ma U3 OJHOI eIMHCTBEH-
HOM KJIETKH — 3UTOTHI. BGJ'IKI/I, KOHCYHO XK€, aKTUBHO YYAaCTBYIOT B 3TOM IPOHECCC KaK OCHOBHBLIC KOM-
MIOHEHTBHI.

PaGora GenkoB, kak 1 paboTa reHOB, TOXKE 3aBUCUT OT MHOTUX ()aKTOPOB, MPEXK]IE BCETO BIUSIO-
IIMX Ha UX MPOCTPAHCTBEHHYIO CTPYKTYpy. bonee Toro, MHOrMe O€iKu CO BPEMEHEM MOTYT MEHSATHCS
(MoaMuUUUpPOBaTHCS), U 3[1€Ch YK€ I'eHbl HE OKa3blBalOT HMKAKOro BiIMAHUA. [Ipomcxomut 3to myrem
IPUCOETUHEHUS K OEIKOBBIM MOJIEKYIaM 0COOBIX TOOOYHBIX rpynn — ¢GochaTHI0B, cCaxapuaoB UIH He-
HACBILEHHBIX YIIIEPOJIHBIX Lierouek. Bee atu coObITHs — Kak U 00pa3oBaHuE IPOCTPAHCTBEHHOMN CTPYK-
Typhbl Oellka — HUKaK He OTMEUYEHbI B FeHax. | eHbl cojeprKar JIMiib OOIIMI MJIaH aKTUBHOM XKHU3HH KJe-
TOK, a caMa KHU3Hb ONpCACIACTCA B KOHCUHOM HUTOIC OeJIKaMu.

I'enwt 60 6cex Knemkax ¢cez0a 0OHU U me jce, HO 60m 0OeaKu, HA0HOOPOM, NOCMOAHHO MEHs-
I0MCcA 6 3a6UCUMOCHU O CIMAOUU PA3GUMUA KJIEMKU, 603DACINA OP2AHUZMA, COCHIOAHUA KNEmMKU U
MHOIICECMEa Opy2ux 06Cmoamenscme.

T PR PRI Y1  TER I T LI T T (1

Pucynok 31 Cxema noCTOSIHHOW CMEHBI COOBITHI B KJIETOUHOM ITyJIE

benku no3BossitoT cebe UMIIPOBU3ALIMIO TUIIA )KA30BOM, T.€. KOJUIEKTUBHOM, KOTJJa BMECTO OJIHUX
0enKoB MX (YHKIMIO BBINOJIHSAIOT JApYrue. DTO OYEHb BAXKHO, ITOCKOJBKY BCE CUTYallUH, C KOTOPHIMHU
CTAJIKMBAETCS OPraHU3M B IPOLIECCE CBOEH KU3HHU, 3apaHee MPeaycCMOTpeTh Helb3sl. M3BecTHO U npyroe
— OJMH U TOT ke OeJIOK MOXKET MMEeTh OTIMYAroIIUiC 3PQEKT B pa3HbIX THIMAX KJIETOK M Ha pPa3HbIX
CTanusax pa3BuTHs. Bce 370 MMeeT aHanoruu ¢ OObIYHBIM JIMTEPATYPHBIM TEKCTOM. B JIHMHrBHCTHKE JUIs
OIUCaHMs MOJJOOHBIX CIY4aeB UMEIOTCS CHelMaIbHbIE TEPMUHBIL.

Tak, TepMUH cuHoOHuUMuUA 0003HAYACT NMPEAJIOKEHUS, HECYIIUE OAUH CMBICI, HO COCTOSLIUE U3
pas3HbIX CJIOB (Hampumep, «MaMOHTOB MOTyOMIIO BHE3AMMHOE MOX0I0AaHue» U «Pe3koe MOHMKEHUE TeM-
IepaTypbl Ha IJIaHETE MPUBEJIO K rHOeTu MaMOHTOBY). [loa TepMUHOM OMOHUMUSI TOAPa3yMEBAIOT CMBbI-
CJIOBOE pa3/In4Ke BHEIIHE COBIANAOIINX NPEUIOKEHUN (HalpuMep, npeuioxkenre «Msl mpoexanu ocTa-
HOBKY» MOKET 0003HauaTh JBE pa3HbIe CUTYallMU: MbI IPOEXAIU PACCTOSTHUE, PABHOE MEPETOHY MEXITY
JBYMSI OCTAHOBKAaMU, UJIM Mbl MUHOBAJI TO MECTO, TJI€ JOJDKHBI ObLIM BBIMTH).
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Opnna 13 Ba)KHEHIINX LENEH, CTOAIUX ME€PE]l YUEHBIMH, 3aHATHIMU aHAJIU30M IPOTEOMA, 3aKJIIO-
YaeTcs B IIOUCKE XapaKTePHbIX U3MEHEHHH B OeNKax, MPUCYIIUX Pa3IMYHbIM BUAAM 3a0osieBaHuid. [leit-
CTBHUTEJbHO, HEPEIKO YJACTCs MPOCIECIUTh B3aUMOCBSA3b MEXKAY M3MEHEHHSIMU O€JIKOB U pa3HbIMHU 0O-
JIE3HEHHBIMH COCTOSIHUSIMU.

CekBeHHpOBaHUE T'€HOMa YeJIOBEKa Jalo B PYKH HccienoBaTeleld BaXKHYI0 HH(GOpPMAIMIO IS
00pbObI C HacIeACTBEHHbIMU Heayramu. OJIHaKo He Bce 0O0JIE3HU MepelatoTcs HaM 110 HacleAcTBy. MHo-
r'Me HUKaK HE CBSI3aHbl C «POJOBBIM MPOKIATHEM». BBISIBUTH 3TH 00JIE3HU MOXKHO, JIMIIb Y3HaB, KaK U3-
MEHUWJICSI COCTaB OEJIKOB BHYTPH MaToJIOrHYecKoil kieTku. [1o 3Toil nepemene MOKHO 3apaHee 3aMETHUTh
U IIaTOJIOTUYECKHE NIPOLIECCH], HAYaBIINECA B OpraHU3MeE.

UTo0b! YBUJETH OCJIKOBBIN COCTAaB KJIETKU, YUEHbIE TPUOETatoT K TaK Ha3bIBAEMOMY JABYMEPHOMY
anekTpoopesy. CHauana GeIKM COPTHPYIOT MO UX 3apsijly, a 3aTeM OHHU IOMNAAAI0T B T'e€lb, BHITOJIHSAIO-
LU poJIb CHUTa, B KOTOPOM OEJIKM pa3felisioT Mo ux pazmepaMm. Takum oOpaszoM, yaaercs pa3ieiauTh 110
JIecATH ThICAY OEJIKOB M MapKUpoBaTh MX. Ha 3Toi OCHOBE MOKHO COCTaBHTh YTO-TO BpOJE Hacropra
JAaHHOW KJIETKH, I/Ie IpUMEpPHO yKa3aH cocTaB OenkoB. Eciu yenoBek 3a0oiieBaeT, «acnopT» U3MEHUT-
cs. CpaBHHBasi HAOOPHI OEITKOB OOIBHOM M 3J0POBOM KJIETOK, yJIAeTCsl OLIEHUTh TeYeHUe OOJIE3HU U MPO-
LIECCHI, €H COMyTCTBYIOIINE. Bce 3TO M03BOIISIET 3HAUUTEIBLHO YCKOPUTH MOUCK OEITKOB-MUILIEHEN U OCY-
IIECTBIIATh Pa3pabOTKy JIEKAPCTBEHHBIX CPEJICTB, YTOOBI KaK MOXKHO ObICTpee 00ecreyuTh OOJIBHBIX HO-
BbIMU 3¢ exTuBHBIMU JiekapcTBamMu. Ceromus 6oinee 95% Beex dapMakoIOTHYECKUX CPEJCTB Ha PHIHKE
HalleJIeHbl Ha BOo3/ieiicTBUE Ha Oenku-muieHu. [lporeomuka nopoit MokeT moMo4b UICHTU(UIUPOBATH U
OLICHUTbh HOBBIE II€JIeBble OesKU ropasno 3¢dexkTruBHEe, YeM FeHOMHUKA. JTO MO3BOJSET PE3KO YCKOPHUTH
pa3pabOTKy HOBBIX JUArHOCTUK U TEPANEBTUUYECKUX CPEJICTB.

MoskHo npuBecTH Takoil npumep. M3BeCTHO, UTO K MOBBIIIEHUIO apTEPUATILHOTO JTaBICHUS Mps-
MO€ OTHOIIIEHHE MMEET TaK Ha3blBaeMblii aHTMOTeH3MH-KOoHBepTUpyroumii pepment (ACE). AHTHOTEH-
3uH, oOpa3zyromuiics noj aevictBueM ACE, BO3eHCTBYeT Ha CTEHKU apTepUu, 4TO M BEAET K THIEpTO-
HUH. YK€ OTHOCUTEIBHO 1aBHO ObLIM HaiizieHsl OnokaTopsl ACE, koTopble cTanyu npojaBaThes B KauecT-
B€ JIEKapCTB OT MOBBIIIEHHOTO JaBiaeHus. OJHAKO BCE 3TH JIEKAPCTBEHHBIE CPEACTBA OKa3aIMCh Malodd-
(EeKTUBHBIMU.

B pesynbrare ananusza reHoma desoBeKa ObLT BBISIBIEH HauOoJjiee paclpoCTpaHEHHbIN U 3P dek-
TUBHBIA BapuaHT (epMeHTa. 3aTeM OblLIa orpenerneHa CTpyKTypa OeIKOBOro MPOJIyKTa, MOCIE Yero Mmo-
NoOpaHbl XMMUYECKHE BEUIECTBa, aKTUBHO CBS3bIBaIOIIMECS ¢ HUM. B pe3ynbraTe Obl HalileH HOBBIH
3¢ dexuBHBIN IpenapaT MPOTUB apTEPUAILHOTO JABICHHs, IPUYEM 33 BJIBOE€ MEHbIIIEE BPEMsI

OKOHYATENbHBIX PE3YJIbTATOB ATOTO HOBOI'O T'PAHAMO3HOTO HCCIIEIOBaHUS, KOTOPOE MOYKHO Ha-
3Bath «lIpoTeom uenoBeka», KOHEUHO e, B OrpKaiiiiue Mecsbl 0)KUAaTh He npuxoaurcs. [Tonagoour-
csl, BUAMMO, MHOTO JIECSITKOB JIET, €CJIM HE BCE HOBOE CToJIeTHE. JIMIIb mocie TOoro, Kak 4eJI0BEYECTBO
MOJIyYUT B CBOE PACHOPSDKEHUE BCIO ATY MH(OPMAIUIO, MOXKHO OYyZEeT TOBOPUTH 00 OKOHYATEIBHOM 3a-
BEpPILEHUHU ITPOrpaMMbl «I'€HOM uenoBeKay.

Ho u 310 eme He KoHel NpeacTosiux uccienosanuid. He 3aBepiieHne npouecca co3gaHust JH-
LUKJIONEINU yenoBeka. He BbI3bIBa€T COMHEHUS, YTO T'€Hbl U KOJUPYEMble UMH O€JIKH — MPOJIYKT 3BO-
monuu. Bmecte ¢ TeM 04eBHIHO, YTO KOI/Ia I'€HBI ellle BOOOIe He CYIIECTBOBAIHM, B HEOPraHMYECKOM
MUpE, Y KPUCTAJUIOB U MUHEPAJIOB, UMEIUCH OIpeeiIeHHbIe (POPMBbI, MOJO00HBIE TEM, YTO €CTh ceidac y
BUPYCOB, OCIIKOB U JIaXke KJIETOK. J[o cux mop MBI elle Majio 3HaeM O TeX MEXaHM3Max, KOTOpbIe MOOYX-
JA0T TPYIIBI MOJIEKYJ OOBbEIUHATLCA BMECTE, GOPMUPYS T€ WIKM MHbIE KIETKH U TKaHU. TeM He MeHee,
ClIeyeT OTMETUTh, YTO B MOCJEIHUE TOJbl BO3HUKJIO HEKOE HOBOE IPEICTABIECHUE O IPOLECCE CaMO-
cOOpKHU MOJIEKYJI, KOTOPOE MOKET OKa3aThCs BaXKHBIM JJIS HAIIEro MOHUMaHUS MpoleccoB (GopMUpOBa-
HUS 1 BOOOIIE (YHKIIMOHUPOBAHUS YEJIOBEKa.

Bo3moxHO, BO BceM MHOT00OOpa3suu MpUPOJHBIX CUCTEM CYIIECTBYET HEKUH €lIMHbIN (pyHAaMeH-
TaJlbHBIM CIOCOO MOCTPOECHUSI Pa3HOOOPA3HBIX CTPYKTYp. Ero mHOr/Aa Ha3sBBIBAIOT «TEHCETPUTH» (TIpU
MepeBoJIe CIoBa «tensegrity» C aHITIMHCKOIO, MOJIYYUTCS YTO-TO BPOJAE «HAINPSKEHHOCTH CTOHKOCTH,
YTO JIOBOJIBHO KOPSIBO U MAJIOMOHSATHO 3BYYHT MO-PYCCKU). TepMUH «TE€HCETpUTH» O3HAYAET, YTO CUCTE-
Ma cTabuJibHA 3a cueT OajlaHca B €€ CTPYKTYpE CHII CXKaTHUS-pACTSHKEHHs. JTO OOIIMNA NMPUHIMI, KOTO-
PBIi, BEpOATHO, pa0OTAET U B OpraHU3Me YeJIOBEKa.
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Cunraercs, uto Bce 206 KOCTE 4enoBEKa MPOTUBOCTOST CHJIE TSYKECTH, YTO JOIOJHUTEIBHO K
MBIIIIAM, CYXOXKWJIMSIM U CBSI3KaM MO3BOJISIET €MY YIEP)KUBATbCA B BEPTUKAIBHOM IOJOXKEHUHU. Takum
00pa3oM, MO TEHCETPUTH, OCHOBHBIE CTPYKTYPhl BHYTPH HAaC — KOCTHU, KOTOpPbIE CIy>KaT MPOYHBIMHU pac-
MOPKaMM, a TaKKE€ MYCKYJbl, CYXOXKHWIUS U CBSI3KH, SBJISIOLIMECS YNPYruMu 3eMeHTaMu. CoryiacHo
3TOMY IPEJICTABICHUIO, 3aKOHBI TEHCEIPUTH JICHCTBYIOT KaK HAa MOJIEKYJISIPHOM YPOBHE (MM MOIYMHSIOT-
Csl HalIM OEJIKU U JAPYTue BaXKHbIE JUIsl KJIETKU MOJIEKYJIbI), TAK U Ha KJIETOYHOM U J1aKe OpraHU3MEHHOM
ypOBHAX (Ipu GOPMUPOBAHUM TKaHEH M OpraHoB, Mpu Mop¢oreHese). M Bce 3TH «COMpOMAaTHBIE» MeXa-
HU3MBI, IEUCTBYIOIINE In VIVO Hapsily C FEHETUUECKUMHU, HaM €ellle IPEJCTOUT U3YUUTh.

Meouyunckasn zeHomuka

MeaunyHcKkas T€eHOMHKA - 1epBasi CTYIEHb ITOHUMaHHUS CO3JaHMs TE€paleBTUUECKUX INPOLELYP.
JledeHune TOro 4YTO BO3MOKHO COCTOUTCS UJTH YK€ MPOU3OILIO CIETYET IPOBOAUTH C YU€TOM HUMEIOIUXCS
peECYpCOB OpraHusma. JTO B IEPBYIO O4YEepEeb OTHOCUTCS K 3HAHUAM O T'€HHOH IPEIpacIIONOXEHHOCTH
OpraHusMa K HapylIeHUsIM.

MHorue rojpl Ba)XKHYIO pOJIb B PELIEHUM BCEX 3TUX WCKIIIOUEHUH W3 MPaBUIIa» UIPATO CIIELHU-
aJIbHOE HaIlpaBJICHUE B MEAUIIMHE — MOJIEKYJIsIpHasi TeHeTuka. OCHOBOMOJIOKHUKAMU MEIULIUHCKOM re-
HetukH B Poccuu Obutn C. H. [laBuieHKOB, 3aHMMABIIMNACS M3y4E€HHEM POJIM HACIEICTBEHHOCTU B 0O-
ne3Hsax HepBHOU cuctemsl, U C. I'. JleBut, oprann3oBaBiiuii B MockBe U BO3riIaBUBLIMIM nepBbiii B Poc-
CUM (M OJJMH M3 NEpPBbIX B MUpe) MeIuKo-reHeTH4eCKUi MHCTUTYT. DTO HAIPaBJICHUE ChIIPAJIO BaKHYIO
POJIb Ha HaYaJIbHBIX ATanax, KOrjaa Majio 4To ObLIO U3BECTHO O CTPYKTYpE F€HOMA YEJIOBEKa.

[lepBoHauanbHO B MeAMLIMHE OBUIO MPUHATO CYMTATh, YTO JIt0OOE 3a00J€BaHHUE MPEICTABIISET CO-
001 pe3ynbTaT AucOanaHca OMOXUMHUYECKUX PEaKIMi, BOSHUKAIOIINX B PE3Yy/IbTaTe T€X WM UHBIX MOJIe-
KYJISIPHBIX ITOJIOMOK. B CBSI3U ¢ 3TUM Ha NEpBOM 3Talle HY>)KHO BCEIO JIMIIb ONPEACIUTh «MOJIEKYIAPHYIO
MUIIEHb», a 3aTEM C IIOMOILBIO JEKapCTBa UCIPABUThH CYLIECTBYIOIEee HapyleHue. Takoil moaxon B 1e-
JIOM ompaBjaji ce0s mpu pa3zpaboTKe JeKapCTBEHHOH Tepanuy UH(EKIMOHHBIX 3a00JeBaHuH, TJe B Kaue-
CTBE MUILEHHU BBICTYNAJIU pa3iinyHble OakTepuu U BUpychl. Ho npu apyrux tumax 3aboneBaHUi, Takux,
KaK, Halpumep, aTepocKIIepo3, pak, NMPEeKICBPEMEHHOE CTapeHHue, 3a00J1eBaHusl HEPBHOU M CEpJEUHO-
COCYIUCTOH cHucTeM, cTapas UAEOoNIOrus «3a0yKcoBaia», MOTOMY YTO y 3THUX 3a00JeBaHMH OKa3aloch
CIIMIIKOM MHOTO Pa3HbIX NMPUYMH, BKIKOYas U reHeTudeckue. CTalo NOHATHBIM, YTO HAAEXkKAa HA OOHY
€IMHCTBEHHYIO «BOJILIEOHYIO MYJII0», HAIIPABJIEHHYIO Ha OJUHOYHYIO MUIIEHbB, 3/1€Ch HE MOKET MIOMOYb
— BO MHOTHX CIIy4asiX «MUIIEHENW» B KJIIETKaX OYE€Hb MHOT'0, K TOMY 7K€ OHH €II€ U [IOJBUKHBI.

Tonpko peBosoLMsl, KOTOpasi MPOU30LLUIa B METUIIMHE B TIOCIEAHNUE TO/Ibl — KaK pe3yJbTaT pas-
BUTHUS MOJIEKYJISIPHOM T'€HETUKH U IIOJHOIO CEKBEHUPOBAHUS '€HOMA Y€JI0BEKa, MI03BOJIMIIA IIEPENTH OT B
M3BECTHON Mepe MPPaLMOHAILHOTO 3HAHUA K paluoHagbHOMY. Cero/iHg Ha OCHOBE T€HOMHMKHU BO3HHMKIU
TaKye HaIpaBlieHHs, KaK MEAMLMHCKAs T'€HOMHUKa M OMOMEAMIIMHA, KOTOpbIE TECHO MNEepeIuieTaroTcs ¢
(GYHKIIMOHATIbHOW T€HOMUKOMN YeJIOBEKa.

OnbITHBIE 8payu 208opsam, 4mo Hem 08YX 0OUHAKOBbIX Ooae3Hell U 08YX OOUHAKOBLIX NAYUEHIMOS.
U ne menee yem Ha 50% 5TH paznnuus CBsI3aHBI ¢ OCOOCHHOCTSAMH CTPYKTYphI TeHoMa. Ecnu B Oyaymem
yJacTcs MPOBOAUTH CPABHEHUE T€HOB OOJIBHBIX JIIO/IEH € TeHaMU UAEaIbHOTO0, «YUCTOr0» TOMO CallUeHC,
3TO CYLIECTBEHHO MTOMOKET MOUCKY MYTH K 3P(HEKTUBHOMY JICUEHHUIO.

I'enoM — 3T0 B IEpBYIO OYEpENb PEAIBHBIN TEKCT, OIIEYaTKa B KOTOPOM, nonyuieHHas [Ipuponon,
MOJKET CJIeaTh YeJ0BEeKa UM YPOAOM, UM MHBAJIUAOM, UM JaXe HE MO3BOJIUT EMY POJUTHCS BOOOIIE.
B pesynbrare peanuzanuu npoekra «I'€HOM uenoBekay MOsSBUIIACh TBEPAAsl YBEPEHHOCTb, UTO YK€ B He-
nanekoM OyayuieM OOJIBIIMHCTBO 00JIe3HEN MOXKHO OyJeT JIeYUTh Ha T€HETUYECKOM YpOBHE. A MOTOMY
MEIUIMHCKYI0O T€HOMHMKY CUMTAIOT YyTh JIM HE CaMbIM NEPCIEKTUBHBIM HAIIPaBICHUEM B Pa3BUTHH CO-
BPEMEHHON MEIULIMHBI. B KOHIIE MpOoIIoro CTOJAETHs ¢ 3TUM COTJIACUIIUCH JlaXKe MOJIMTUKH, KOTa mpa-
BUTENIbCTBA AMepuKU, AHTIUM, Poccun u psaa Ipyrux CTpaH CTajld MHUUMATOPAMU FPaHAMO3HOTO HAyd-
HOTO MPOEKTA MoJ] Ha3BaHUEM «['€HOM uenoBeKay.

[losnHOE cexBeHMpOBaHNE T€HOMA YEJI0BEKA CTANI0 BaXKHEHUIIIUM ITArloM JUIsl BCE MUPOBOW MeEU-
uuHbl. Ha ocHOBe ycniexoB B MOJIEKYJISIPHOM M€HETHKE U ONpeAeSICHUs MOJIHOM MOCIe0BaTEIbHOCTH Ie-
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HOMa YeJIOBEKa IPOU30ILIa «T€HETU3aLUsI» MEIULUHBI, YTO MPUBEIO K BOSHUKHOBEHUIO MEIUIMHCKOU
F€HOMUKH, WU MOJIEKYJSIpHOM MeauuuHbl. Eciau paHbplie cUMTaiay, 4TO T€HETMKAa MMEET OTHOLICHHE
TOJIBKO K HACJIeICTBEHHBIM 3a00JIeBaHUAM (a OHM COCTaBJIAIOT BCero okojo 2% ot obiero yucia 3abo-
JIEeBaHUI YeJIOBeKa), TO ceiluac cTajgo COBEPLIEHHO OYEBUIHBIM, UTO BCE OOJIE3HU B TOM WMIIM MHOI Mepe
OT I'eHOB (a HE OT HEPBOB, KaK 3TO IIUPOKO ObUIO MPUHATO CUNUTATh, XOTSA U OHH, KOHEUYHO, TOXKE UTPAIOT
CBOIO poiib). OauH U3 pykoBoauTese reHoMHoro npoekra ®pencuc KomimH3 BbIcKazaincs Ha 3TOT CUET
BechbMa KaTeropuuHo: «Her Oosne3Heil, 3a UCKIIIOUEHUEM HEKOTOPBIX CIy4aeB TPaBM, KOTOpbIEe HE UMENU
OBl HACJIEJICTBEHHOTO BKJIaa. Sl HE 3HAIO0 HU OJTHOTO MIPUMEpPaY.

[Ipu HacneacTBeHHBIX OoNe3HAX HabmoAaoTes oneyatku B JIHKoBom Tekcre, KOTOpbIe IPUBOASAT
K nedekty rena. B ciyuae apyrux 3abosieBaHui HapylIeHHUs] OOBIYHO 3aTParuBalOT HE CTPYKTYpPY I'eHa, a
CKOpEE PETYIISALUIO €0 SKCIPECCHH.

Kak Tenepp sicHo — oudeHb MHOroe. B nepByro ouepenpb TO, YTO TENEphb CTajI0 BO3MOXKHBIM JHar-
HOCTUPOBATh OOJIBLIIMHCTBO (2 B MEPCIEKTUBE MPAKTHUECKU BCE) U3BECTHBIX HACIIEICTBEHHBIX 3a00J1eBa-
HUH Ha 000N CTaauu pa3BUTHUS YEIOBEKa, B TOM YHCIE M 10 POXKACHUs (IIpeHaTaibHasl TUarHOCTHKA).
JIHKOBBIH TEKCT 1M03BOJISIET OOHAPYKUThH MPEAPACIIONOKEHHOCTh MHIUBUyyMa K TeM WJIM UHBIM 3a00-
JIeBaHUSM, BKJIIOYas ¥ 3a00J1eBaHusl, 00YCIOBIEHHbBIE BHEITHUMH PUYUHAMH (XUMUYECKUMU (aKTopaMu
cpenbl, Bupycamu, nutanueM u ap.). JHK crana 6a3oit 1y reHoTUIUpOBaHUSA, UACHTU(DUKALUN JTUYHO-
ctu. Jlanee, AetanabHble 1aHHbIE 00 MHAWBUIYAJIbHBIX OCOOEHHOCTSIX '€HOMA HAIlMeHTa CIIy>)KaT OCHOBOM
i papMaKOT€HOMUKU — HOBOM HayKH, M3ydarollell, Kak TeHeTHKa BIHMsIeT Ha BapuabeIbHOCTh OTBETA
MalUEeHTOB Ha JieKapcTBa. PaccMOTpHUM Teneph BCe 3TU BOMPOCHI IO MOPSJIKY.

JIro6ast Oone3Hsp, UIg KOTOPOM He CcymiecTBYeT 3(hPeKTUBHOM Tepanuu, npeacTaBiseT co0oi Tai-
HY, KOTOPYIO HE TakK JIETKO PAaCKpbITh. YUEHbIM-MEINKaM, [IPEK/IE YeM U3TOTOBUTH 3D (PEKTUBHOE JIeKap-
CTBO MJIM HAalTHU MHOI crocoO JieueHus ManueHTa, Hy>KHO y3HaTh NEPBONPUUYMHY 3a00JI€BaHMs, a HE €ro
BHelIHee mposiBiieHue. Koy kK 3 TOMy — reH Wiu reHbl, Tak WM MHaue BOBJIEUEHHbIE B maTojoruto. He
TaK JIaBHO B HayKe MOsBUJIACh HOBas Mpodeccusi — «OXOTHHK 3a TeHamu». 1o aHanoruu ¢ momyssipHbl-
MU B KOHIIE MPOILIOrO BeKa «OXOTHHUKAMM 3a MUKPOOAMM» — MHUKPOOHOJIOraMH — BEK CITYCTS «OXOT-
HUKaMH 33 T€HaMM» Ha3bIBAIOT MOJIEKYJSPHBIX OHMOJIOTOB, KOTOPBIE BBICIECKUBAIOT, HAXOIAT U CEKBEHU-
pYIOT (pacuin(ppoBbIBAIOT) YEIIOBEUECKUE I['€HbI, U B MIEPBYI0 OYEPEb I€Hbl CEPhE3HBIX HACJIEICTBEHHBIX
Oone3HeH.

OnuH u3 Hanbonee MHOrooOEHIAIOIIUX CHOCOOOB clenaTh 3TO — IMPOBEIEHHE TIIATEIbHOTO
cpaBHeHus JJHKoOBBIX TEKCTOB y JIrOA€H, CBA3aHHBIX POACTBEHHBIMH y3aMH, OJHA YacTb KOTOPBIX IOJ-
BEp)KE€Ha KaKOMY-TO XapaKTepHOMY 3a00JIeBaHUIO, a Apyrasg — HeT. KoHeuHas 1efb Takoro momcka —
OTIpeAENUTh y HocUTese 00JIe3HH OTBETCTBEHHBIHN 32 HEEe I'eH C HapYyUICHHBIM T'€HETUYECKUM KOJIOM.
VYKe roBOpUIIOCh, YTO FEHOMBI BCEX HAC ¢ BaMHU OYEHb IIOXOXKU JIpYr Ha apyra. Eciu u umerorcs pasiu-
4usi, TO OHU BeChbMa He3HauuTeNnbHble. OHAKO B HUX-TO M 3aKitodaercs mpobiema. [lo sToit mpuunne
MEIULMHCKAs TeHOMHKA CYIIECTBEHHOE BHUMAHUE yJEIseT TeHeTuueckoMy noiaumopdusmy. Panee yxe
1J1a pedb O MOoJIUMOpPHU3ME TeHOMa YelloBeKa U 00 MCIOJIb30BaHUU ATOTO SIBJICHUS ISl PELICHUS pas-
JUYHOTO poJia TeopeThdeckux mpodmem. Ho s mMeaukoB monuMopusM Hallero reHomMa MMeeT He
CTOJIbKO TEOPETUYECKOE, CKOJIBKO CYTy0O MPaKTHUECKOE 3HAUECHHUE.

JIoCTOBEpPHO YCTaHOBJIEHO, YTO MHOTOYUCIICHHBIE HACJEICTBECHHbIC 3a00JIEBaHUS CBSI3aHBI C MY-
TalUsSMU B T€HAX, TO €CTh C U3MEHEHUSIMU B caMoil cTpykType OenkoB. MlHorma moctaToyHO MyTanuu
JIMILIB B OJJHOM IeHe (Takue MaToJIOrMU Ha3blBal0T MOHOTEHHBIMH HACJIECTBEHHBIMU OOJIE3HSAMU), HHOT /1A
3a00JieBaHNE CBS3aHO C HAJMYMEM MYTallMi OJHOBPEMEHHO B HECKOJIbKMX reHaX (MyJIbTHUIE€HHbIE Ha-
ClIeZICTBEHHBIE 0O0JIEe3HIMU). MearKam, KOHEUHO K€, IPOILE UMETh JIEJI0 C MEPBBIMHU, XOTS U 3/1€Ch MOTYT
OBITh IPOOJIEMBI C JICUCHUEM.

Hapsany ¢ 3Ty, BBIACHUIIOCH, HAIIpUMED, YTO OCJIKHM COJEpKaT CHelHalbHble CUTHAJIBHBIE TOCIIe-
JOBATEIBHOCTH, KOTOPBIE MOKHO CPaBHUTH C aJpecamMu Ha MOYTOBBIX OTHPABJICHUAX WIN C APJIBIYKAMH
Ha Oaraxe, Ijie HalMCaHO MECTO, KyJa Mpearoaraercs ero J0CTaBuTh. MaKTUUECKU TaKUe CUTHAJIbHBIE
MIOCJIEI0BATEIBHOCTH MPEICTABIISIOT U3 ce0s LIETTOUYKH aMUHOKHCIIOT, KOTOPBIE UM MPUKPETIEHBI K Oe-
KOBOHM MOJIEKYJIE B BUJI€ XBOCTA, WM, MHOI' /1A, JIE)KAT HETMIOCPEICTBEHHO BHYTpU Hee caMoi. O4eHb Baxk-
HO, YTO MHOYKECTBO HACJIEICTBEHHBIX 3a00JIeBaHUI YEJIOBEKA BBHI3bIBAETCS] HAPYIICHUSIMU UMEHHO B 3TUX
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CUTHAQJIaX U B TPAHCIOPTHBIX MEXaHMU3MaX, C HUMH CBSA3aHHBIX. TakuM 00pa3oM, YelIOBEUeCKue MaTojo-
T'MH CBSI3aHbI HE TOJIBKO C HAPYIIEHUEM CTPYKTYPhI T€HOB M KOAUPYEMbIX UMH OEJIKOB, HO U C TPaHCIOp-
TOM (mepemenieHreM) (PyHKIIMOHAIBHO aKTUBHBIX OEJIKOB B KIIETKE.

[Tonmumopdusm reHoma yaie BCEro JJsi YeIOBEYECKOro opraHu3Ma HeWTpaieH. TeM He MeHee,
M3MEHEHHMS B LI€JIOM psijie TEHOB (M B MX PEryJIsTOPHBIX y4acTKax) MPU ONpPEECNICHHBIX YCIOBUSAX MOTYT
CIoCcOOCTBOBATh, @ MHOTA, HA0OOPOT, MPEMATCTBOBATH MPOSIBICHUIO OTIACIBHBIX 3a00eBanuii. Eciu 00-
HapYy>KUBAIOT I'eHbI, ONPEIEICHHBIA TOIUMOP(U3M B KOTOPBIX aCCOLUUPYETCS C TEM HIIM MHBIM 3a00J1e-
BaHUEM, TO UX Ha3bIBAIOT «T€HAMU IMPEAPACIIOI0KEHHOCTH» U OHU CTAHOBSTCS O0BEKTOM MPHUCTAIHLHOTO
BHHUMaHUs MEUKOB. [lepBoHavanbHO ONpenestoT, K KaKOMY KJ1accy OTHOCSTCS 3TU reHbl. [Ipunaro cuu-
TaTh, YTO CPEAM T'€HOB IPEAPACIOIOKEHHOCTH K 3a00JIEBAHUSM €CTh «T'€Hbl JIETOKCHUKALUU», KOTOPbIE
pearupyroT Ha (pakTopbl BHELUIHEN CPE/Ibl, U «T€HBI-TPUITEPHI», CBA3AHHBIE C 3aITyCKOM MaTOJIOTUYECKOTI0
rpolecca 1noJ 1eicTBUEM BHYTPEHHUX (DaKTOPOB OpraHu3Ma.

B noucke «0osbHBIX» T€HOB BeChbMa IMOJE3HBIMU OKa3ajlMCh YK€ yIIOMMHaBIIMeCs CHUIICHL. Ha
HUX ceilyac Bo3JaratoT 0obllre HaAeK bl M3yueHne «CHUIICOBY» MOKa3aio, YTO MHOI'/Ia 3aMEHa OJIHOTO-
€IMHCTBEHHOI'0 HYKJIEOTHA MOJKET BBI3BATH Y AHHOI'O YEJIOBEKA IMOBBIIIEHHYIO CKJIOHHOCTH K pa3BH-
THIO TOTO WJIM MHOTO 3a00seBaHMsl. DTO MPOUCXOJIUT B TE€X ClydyasiX, KOrjaa, HalpuMep, TOYKOBas MyTa-
U BO3HMKaeT BOIM3M rena, Ha yyactke JIHK, perynupytomiem ero padoty. M3ydeHne «ro4eqHbIx» pas-
JUYUA MEXIY WHIUBUIYYMAaMH MOXET OTKPBITh MYTh K «UMHIAUBUAYAIU3UPOBAHHOI» MeaunuHe. boib-
11as poJib 3/I€Ch OTBOJIUTCS HOBOMY HalpaBlIeHUI0 — (DapMaKOreHOMHKE, 0 KOTOPOM HOJpoOHEee MBI MO-
TOBOPHM B CJIEIYIOLIEM pa3Jielie.

CekBeHHpOBaHNE T€HOMA YEJIOBEKA U aHAIN3 CHUIICOB CYIIECTBEHHO M3MEHWIN CTPATEruio oOHa-
pPYKEHHUS U KJIOHUPOBAHMS I€HOB, OTBETCTBEHHBIX 3a HAcCJE/ICTBEHHbIE 3a0oneBanus. Mtak, umeercs He-
Kasl HacleACTBEHHas marosiorus. [IoHATHO, YTO 3a HEe OTBEYAET KAKOM-TO I'€H WIN Ipymna reHoB. Yo
Tpedyercs, 9ToO0bl OOHAPYKUTH Takol reH? CHavasia Hajo rpy0o OMpPeneTuTh JIOKATU3AINI0 3TOr0 HEU3-
BECTHOI'O T'eHa (ero Ha3blBalOT F€HOM-KaHIUAAaTOM) Ha oAHOHN u3 23 xpomocoMm. Haunnaercs macmirad-
HBIN MOUCK Kakux-mn6o u3meHeHnuit B JIHK pasubix 6071pHBIX ¢ 3TOM maTojorueir. OOBIMHO criepBa B pe-
3yJIbTaTe TAKOTO aHaJK3a Ha OINpPEe/IeIEHHOW XPOMOCOME BBISBIISETCS JOBOJIBHO OOJIBIION pailoH, B KOTO-
POM MOTYT pacmojlaratbCsi JECSATKU WIM JJa)Ke COTHH pa3HbIX I'eHOB. JJi1 moucka KOHKPETHOTO reHa-
KaHu1aTa 3a060eBaHusl He00XoauMo cy3uTh uccaenyemslii yuactok JIHK. Ha sTo yxonuno panbiie He-
cKoJibko JieT. OiHaKo nocie paciupoBKU reHOMa CUTYyalusl YIpocTuiach. Temnepp MoYTH Bes HYKJIEO-
TUAHAs IOCIEI0BATEeIbHOCTh I'€HOMA 4YeJOBEKa M3BECTHA M IOMelleHa B 0a3bl JaHHBIX, C KOTOPBIMU
MOKHO CBSI3aThCsI B JIFOOOW MOMEHT 110 MHTEpHETY.

Ecnu u3BecTHa XpOMOCOMHAs JIOKaIM3alMs KaKoro-iubo 3abosieBaHUs, JOCTATOYHO 3alpPOCUTh
MH(OPMALIMIO O HYKJICOTUIHOW IMOCIEI0BATEILHOCTU 3TOr0 paiioHa, MPOBECTU KOMIBIOTEPHBIN MOUCK
T'€HOB, COJCPXKAILUXCS B HEM, a 3aT€M BbIOpaTh OJMH WJIM HECKOJIbKO Hauboliee MOAXO/AIUX U MpoTec-
TUPOBATh UX Ha MyTallUU Yy psa MAalMEeHTOB C JaHHOU marosiorueid. I'eH, B KOTOpOM TakoBble OyayT 00-
Hapy’>KeHbl Y OOJBIIMHCTBA OOJBHBIX U HE OOHApPY’KATCs y 3A0POBBIX JIO/IEH, U €CTh UCKOMBIH IreH 3a00-
JIeBaHUSI.

[Tonpobuble reHeTndyeckue U (GU3NYECKHE KapThl TEHOMA YEJIOBEKAa U OCOOEHHO IOCIIEI0BaBIIEe
3a 3TUM monHoe cekBeHupoBanue J[HK mo3Bosmnm B mocienHue roasl yCIEIIHO KJIIOHUPOBATh MHOTHE
T'€HbI, OTBETCTBEHHBIC 32 pa3IMyHbIC HAcleACTBEHHbIE 3a00eBanus. Kak yxxe roBopuiock, BaxHas poiib
B 3THUX JIOCTHKEHUSX MPHUHAJICKUT U CPABHUTEILHOMY aHAJIN3y F€HOMOB Pa3HbIX MHAMBHUAYYMOB, NpU-
HA/IJISKAIINX K OJHOMY CEMEHCTBY, a TAaKXKe '€ HOMOB HOPMAJIbHBIX U «OOJIBHBIX) KJIETOK.

BaxxupiMu matepuaniamMu JUIsi MEAMLMHCKONW T'€HOMHUKH CIY>KaT OTHOCUTENIbHO H30JIMPOBAHHBIE
MOMYJISALUY JIFOJEH 1 HaJduuue NOAPOOHBIX JaHHBIX 00 UX POJCTBEHHBIX CBs35AX. Tak, B OTIMYUE OT MHO-
IUX JIpYyrux crpal, Mcnanaus yHukanbHa HE TOJIBKO CBOMM KJIMMAaTOM, HO U CBOMMHU XHUTeNsMU. B Teue-
HUE MHOTUX BEKOB 3/I€Ch CTPOTr0 JOKYMEHTHUPOBAJIN Bce (POPMHUPOBABIINECS OpadHble OTHOIICHUS, U, YTO
OYEHb BaXXHO, ITH CBEJICHUS COXPAHWIN B LIEJIOCTU U COXPAHHOCTH J10 HAIIMX JHEW. DTO ajio B pyKH HC-
cieoBaTeneil OrpOMHBIN MaTepuall, 0XBaTbIBaIOLIMI 0K0J10 270 ThIC. HbIHE )XUBYIIMX Jt0Aeil ¥ 330 ThIC.
UX paHee KUBIIUX MPEIKOB.

B pesynbrare nosBuiach BO3MOKHOCTH CO3JaBaTh POJOCIOBHYIO JUISl KaKJIOTO U3 MCIAHALIEB Ha
riyouny 1o 10 BekoB. Ceifuac TaM MpOBOJSAT MAacCCOBBIN aHAJIN3 T€HOMOB JKUTEJIEH U UCCIEeYIOT B3aUMO-
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CBsI3b HauboJiee paclpOCTPAHEHHBIX 3a00JIEBaHUM C Pa3IMYHBIMM T€HETUYECKUMHU Mapkepamu. U1 310
YK€ HAYWHAET MPUHOCUTH TEPBBIC IUIOABI. BO-TIEpBhIX, yIaloch OOHAPYKHUTH CBSI3b MEXKIY Pa3BUTHEM
NaHUYECKUX PACcCTPOICTB MCUXHUKH M aHOMAIUSMH CTPOEHHSI XpOMOCcOMbI 9. Bo-BTOpBIX, uccienoBaTenu
BBISIBIJIM T€H, MYTallisl B KOTOPOM PE3KO YBEIMYMBAET BEPOATHOCTH PA3BUTHS UIIEMHUYECKOTO MHCYIIbTA
(aTa myrauus nonyuuia HazBaHue STRK 1 ot anri. «stroke» — HHCYIIBT).

B mpuHImne cymecTByeT JBa OCHOBHBIX MOJXO/a K MOHMCKY I'eHa-KaHAMaTa, OTBEYAIOMIETO 3a
NaTOJIOTHIO: OT OeNKa K TeHy M OT reHoMa K reHy. [locnennuit myth okaszaincst Haubonee 3¢ PeKTUBHBIM.
YacTo a7 moncka «O0IBHOT0» TeHa UCTIONB3YIOT MOIUMOP(HU3M MHKPOCATEIITUTHBIX MapKEpOB, PacIo-
JIOKEHHE KOTOPBIX Ha XpOMOCOMax XOpouIo n3BecTHO. CHayasa BBIABISIIOT «CLETIJICHUE» MEXAy 3a0oiie-
BaHUEM U OTIPEICIICHHON (OPMOIl TOr0 I HHOTO MHKPOCATEIUINTA, 3aTEM TI0 PACIIONIOKEHHIO MHKPOCa-
TEJIUTA ONPEACIAIOT 00JIaCTh, KOTOPAsk MOXKET MMETh OTHOILLIEHHE K Pa3BUTHUIO 3a0ojeBaHus. B aToii 06-
JACcTH | MIIYT TeH-KaHauaat 0one3nu. HoBas ctparerust moiy4nia Ha3BaHUE IIO3UIIMOHHOTO KIOHHPO-
BaHUS FeHa-KaHI11aTay.

Tax, B yacTHOCTH, MOCTYNUI poccuiickuii reneTuk E. M. PoraeB coBMecTHO co cBouMU 3apyOex-
HBIMHU KOJUJIEraMH JJisi OOHApy>KEHUsI OJHOT'O U3 T€HOB, OTBETCTBEHHOI'0 3a 00JIe3Hb AubLreiMepa, KOTo-
pBI OIpeselIsseT NPOrpeccCUpyolee cTapueckoe ciadoymue. ITo 3a001€BaHNE HAYMHAETCS C HE3HAYH-
TEJBbHBIX Ha MEPBbI B3MIIA] HApYIIEHUH NaMATH (Ha UMEHa U OJM3KUE IO BPEMEHH COOBITHS), HO yXKe B
TEYEHHUE JIByX—TpeX JIeT MPUBOAUT K IOJHOW AETpafaliy JIAYHOCTH U MyUUTEeIbHOU cMepTH. bome3Hp
AJnpureiiMepa Kak MpUYMHA CMEPTHOCTH CTOUT Ha YETBEPTOM MECTE B Pa3BUTHIX cTpaHax. Eie Heckoib-
KO JIST Ha3aJ| Bpaud HE MOTJIH MPEIBUICTh pa3BUTHE 00JIe3HU AJbIreiiMepa y CBOMX MAllMeHTOB, a TIOPOi
Jla’ke HEMPaBUIBHO €€ JTUarHocTUpoBad. M BOT K 3T0M mpobieme MOAKIYUINCh «OXOTHUKH 3a FeHa-
mu». Onn npoananmsuposanu J{HK, BeieneHnbie 13 KpoBH OOIBHBIX M MX 3I0POBBIX POJICTBEHHHUKOB, U
OIIPEJICNIUIIN, YTO Y BCeX OOJIBHBIX €CTh HEKMI 0COOBIH 00IIMIA y4acTOK XpOMOCOMBI 14.

Cxema manmpHEWIIero MoucKa reHa-KaHauaaTa n3oopaxxena Ha puc. 32. Ha cnemnyromiem srarme or-
pelenuian, ¢ KakuMi Mapkepamu (MUKpOCAaTeUIMTaMM) CLEIJIEeH UCKOMBIM IreH (Ha pUCyHKE yKa3zaHo 8
TakMX MUKpocareuuToB). Ha ciaenyroniem stane B OMOIMOTEKe M€HOB 4YeloBeKa ObUIM HalJeHbl 0OJIb-
mue (0kojo 1 MIIH. 1. H.) pparMeHThl XpoMocoMbl 14, cooTBeTCTBYIOLIME HccaenyemMomy yuactky JJHK.
C ux nomoipo OblT 60J€€ TOYHO YCTAHOBJIEH YYaCTOK XPOMOCOMBI, HECYIIUN «DONbHON» reH (Ha pu-
CYHKE OH 0003Ha4eH JByHanpaBiieHHOU cTpenkoii). [lonoBuna nena Obina caenana. [lanee onpeaenuiy,
KaKHe TeHBI 371eCh UMEIOTCA. VX 0Ka3ajoch HECKOJBKO NIECSTKOB (OTMEYEHBI CBETIIO-CEPBIMH IIPSMO-
yrojabHUKamu). Ml BOT KOHEUHBIH pe3ynbTaT: JHIIb B OJHOM M3 MHOXKECTBA I'€HOB OBbUIM HalJIeHbl MyTa-
[IUH, KOTOPBIE BCTPEYAIOTCSI TOJIBKO MPH 00JIe3HU AJIbIIreiiMepa (0OTMEUYEH TEMHBIM MPSIMOYTOJIBHHKOM).

Xxpomoca 14
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Puc. 32. Cxema npoueaypsl Houcka reHa-KaHau1aTa, OTBETCTBEHHOIO 3a 00Jie3Hb AJbIreliMepa.

@®parMeHT ¢ reHOM IPEeCEeHUINHA yKa3aH BHU3Y TEMHBIM I[BeTOM. Tak Obl1 HalJieH IreH, OTBETCT-
BEHHBIN 3a U3y4aeMylo I1aTOJIOTHI0, KOTOPBIM Ha3Baiau npeceHunuH 1. [loznHee eme oauH MOX0XUil reH
(reH npeceHmwIMHa 2) ObLT HaleH Ha Xpomocome 1. Jlronu ¢ MyTalusiMu I€HOB NPECEHUINHOB 3a00I1e-
BatoT K 30—60 rogam. [Ipu 3TOM HUKaKKe yCIOBUS CpPENbl, K COKAJICHUIO, HE MOT'YT NIPEAOTBPATUTh WU
OCTaHOBUTH pa3BUTHE 0OJIE3HU, BEAYIIEH B KOHEYHOM UTOTE K JIETATbHOMY HCXO.Y.

A mepBbIif ycriex Ha MyTH UCIOJIb30BAHUS NOIMMOP(hU3MAa IS ONIpe/IeIeHUs TeHa, OTBETCTBEHHO-
ro 3a Takoe 3a0oJieBaHUE YeJOBeKa, Kak 0oJjie3Hb XaHTUHITOHA, npumien eme B 1983 rony. Torna Obut
JIOKAJIM30BaH Ha KOPOTKOM IIJIeue XpOMOCOMBI 4 T'€H, OTBETCTBEHHBIH 3a 3TO 3a00JeBaHue. 3aTeM Hocie-
JIOBaJIM IpyrHe ycIelHble padoThl. B 4acTHOCTH, TeHOMHBIN CKPUHUHT aJljiesiel MpeapacnoioKeHHOCTH
B CEMbsIX C HAKOIUICHHEM Auabera Tuna 1 Mo3BOJMII BBIIBUTH B XpoMocoMe 6 MOIMMOpP(HBIA BapHaHT
reHa, TECHO CBA3aHHOI'O C Pa3BUTHEM 3TOT0 3a00JI€BaHMSL.

B Hacrosimiee Bpemsi 6osee-MeHee AeTalbHO KapTUpoBaHO okoio 1000 reHoB, CBsI3aHHBIX C pa3-
JTUYHBIMH OOJIE3HSAMH YEJIOBEKA. A BCETO B DHITUKIIOTICANH YETIOBEKA OMMUCAHO CBBIIIE 7,5 THIC. y4aCTKOB,
CYIIECTBEHHBIC U3MEHEHUS B KOTOPBIX MOTEHLUUAIBHO SBISIOTCS MPUYMHAMU TeX WIM MHBIX HAIUX 00-
ne3neil. Ho co Bcem atum mpuzercs eme noiaro paszdouparbes. Ceiluac yCTaHOBJIEHO, YTO MPOAYKTHI
6onpHCTBa (0K0J10 30%) M3 XOPOLIO U3YyYEHHBIX T'€HOB, BOBJICUCHHBIX B IaTOreHe3, 001a1aloT SH3U-
MaTH4ecKol akTUBHOCTHbIO. Emie mpumepHo 14% cocTaBisiOT T€Hbl, TPOAYKTHI KOTOPHIX MOJYJIHUPYIOT
GbyHKIMK pa3nUYHbIX OenkoB. DYHKIMHM MPOAYKTOB OCTAJIbHBIX T'€HOB MHOTOYMCIECHHBI: (aKTOPbI
TPAHCKPUIILIMU U UX PELIETITOPbI, OEJIKHU, BXOASIIUE B MATPUKC, TPAaHCMEMOpPaHHbIE TPAHCIIOPTEPHI U AP.
V>ke U3BECTHBI I'€Hbl, MyTaHTHbIE (JOPMBI KOTOPBIX HMPUBOJAT K CEPJECUYHO-COCYAUCTHIM 3a00JICBAHUSIM,
aTepOCKIIepO3y, paKy U APYTUM 3a00JIEBAHUSM.

VY nanoch yxke BBIIEIUTH TPYIIY T€HOB, KOTOPhIE OTBEYAIOT 3a MPEAPACIOIOKEHHOCTh K HapKO-
MaHUU U AJIKOTOJIU3MY, 32 pa3InyHble ICUXUYECKHE 3a00IeBaHus yeloBeKa. B yacTHOCTH, 0OHApYKEHBI
MOJICKYJISIPHbIE MEXaHU3MBbI CBBIIIE JECATKAa HEBPOJOTMUECKUX 3a00JeBaHUH, MOTYyYMBIIUX OOlIee Ha-
3BaHHe 00JIe3HEN TPUIUIETHBIX MOBTOPOB. CyTh T€HETUYECKUX U3MEHEHUHN B 3TUX CIIydasX 3aKII04yaeTcs
B Pa3MHOXKEHHMHU (3TO HA3bIBAIOT HKCIAHCHUEH, 3aXBaTOM) MUKPOCATEIUINTOB — MOBTOPSIOLIUXCS TPHUILIE-
TOB — BHYTPH WJIM Ha KOHILIAX OTAEJIbHBIX I'eHOB. Tak, 1aBHO ObLI M3BECTEH CHUHAPOM JIOMKOCTH X-
XPOMOCOMBI, KOTOPBII MPOSBISAETCS B BUAE Pa3pblBOB B JJIMHHOM IUIEU€ 3TOM XpomMocombl. Pesynbprar
3TOr0 — HapyUIeHHE HOPMAJIbHOTO (YHKIIMOHUPOBAHMSI LICHTPAJIbHON HEPBHOM cUCTEMbI. «OXOTHUKH 32
reHaMu» OOHapyXUJIHN «OOJBHOI» I'eH, KOTOpBIN ompenenser 3Ty natojoruio (red FMR1). Okasanocs,
4yTO B mIEepBOM 3k30He reHa FMRI1 mMercs y4acTok, COCTOAIMNA W3 NMOBTOPSIOIIMXCS TPUHYKICOTHIOB
LIT. Y 310poBbIX JI0/IEH YUCIO0 TAaKUX MOBTOPOB BapbUpyeT OT 6 10 20, a BOT y OONBHBIX YUCIO KOMUH
pe3ko yBenudeHo (1o 230), B pe3ysbTaTte 4ero 3TOT I'eH nepectaeT padorarts. Jpyrue 3a0oneBaHus, CBs-
3aHHBIE C YBEIMYCHHEM (PKCIIAHCUEH) TPUHYKICOTUIHOIO MOBTOpa, — 00J€3Hb XaHTHHITOHA (3/1€Ch
TpUILIET B «OoibHOMY» TeHe apyroi — L[AT), muotonmueckass muctpodust (tpuruier LITT), Gonesnn
Kennenu (cHoa tpumier LIAI'). B cymme ymepennas skcnancus tpumiietoB LA (oHM KOTUPYIOT aMu-
HOKHUCJIOTY TJyTaMUH) oOHapykeHa Mpu 8 HelpoJlereHepaTUBHBIX 3a0oieBaHMsIX. B aTom ciydae skc-
MaHCHA TTTyTaMUHA BbI3bIBAET, 10-BUIMMOMY, IPUOOPETEHHE OETTKOM TOKCHYECKUX CBOWUCTB.

AHanu3 «O0JIbHBIX» T'€HOB MOKAa3aJl, YTO YaCTO Pa3Hble MyTallMU B OJHOM I'e€He MPUBOIAT K OJHO-
My ¥ TOMY € TUIy maroyiorud. Hampumep, B yXe yNmOMHUHaBIIEMCS I'€HE MPECEHUIIMHA OOHApYKEHO
MHOECTBO Pa3JIUYHBIX MYyTAIlMii, 1 BCE OHU aCCOLIMMPOBAHBI ¢ 0oJie3HBbI0 Anbireiimepa. Cunapom Xoi-
ta—Opama, XapaKTepU3yIOIUICSI CKEIETHBIMU U CEpACYHBIMU aHOMAIUAMHU, OOYCIIOBIICH MyTallUsIMH B
TaK Ha3bIBAEMOM TOMEOOOKCHOM T'e€He, pacloioxKeHHOM Ha 12-o#t xpomocome. [IpoaykT 3TOTO reHa cko-
pee Bcero (yHKIMOHUPYET Kak (PakTop TPaAaHCKPUIIMM B CEpJLe U KOHEYHOCTAX. B reHe oGHapysxeHO 8
MyTalul, 00JbIIas YaCTh KOTOPBIX CBsI3aHA C BO3HUKHOBEHHEM IPEXKIEBPEMEHHOIO CTOM-KoJ0Ha. [Tpu
MYKOBHUCIM/103¢ — OOJIE3HU OJIHOTO IéHa — IPOSBJICHUE MATOJIOIMU BechbMa pa3HooOpa3Ho. BbricHU-
JI0Ch, YTO pa3Hble (POPMBI 3TOr0 3a00JIeBaHuUs CBsI3aHbl UyTh JIU He ¢ 600 pa3IMuHbIMH MyTalUsIMU B OJI-
HOM IEHE.
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C npyroii CTOpOHBI, B OTACIBHBIX CIydasX pa3Hble MyTalMd B OJHOM U TOM K€ T€HE MOT'YT IIpH-
BOJMTH K Pa3BUTHIO pa3HbIX narosioruil. Hanpumep, yetsipe Buaa 3a0051eBaHU CBA3BIBAIOT C MyTaLUSIMU
B oiHOM reHe Tupo3uHkuHasbl (RET). OqHo u3 HuX — 6one3Hs ['upuicnpyHra — mpeacTaBiseT co0oit
CIIO)KHOE HaclieIcTBeHHOe 3a0oneBanue. Kpome toro, ¢ apyrumu mytauusmu B rene RET cBsi3anbl Takue
00J1e3HH, KaK MHOXKECTBEHHbIE SH/JOKPUHHbIE HEOIJIa3UM JIBYX Pa3HBIX THUIIOB.

Kpome 060s1e3HETBOPHBIX T€HOB OOHAPYKEHBI €I111€ HEKOTOPhIE T'€HbI, UMEIOIKE MPSIMOE OTHOILIE-

HUE K 370POBBIO UeJIOBEKa. BBIACHUIIOCH, UTO CYLIECTBYIOT T'€HBI, 00YCIIaBIMBAIOIINE TPEIPACIOIOKEH-
HOCTb K Pa3BUTHIO NMPOo(eccHoHaANbHBIX 3a00JIeBaHUI Ha BPEIHBIX NMPOU3BOJCTBAX. Tak, HA acOECTOBBIX
IIPOM3BOJICTBAX OJIHU JIIOJU OOJICIOT U YMUPAIOT OT acOecTo3a, a Ipyrue ycToiMuuBel K HeMy. B Oynymem
BO3MOXKHO CO3JJaHHE CIIELUaIbHONW IeHEeTUUECKOH Ci1yKObl, KoTopas Oy/eT JaBaTh PEKOMEHAIUH 110 I0-
BOJ1y BO3MOKHOU MPOQecCHOHATBHOMN JESTETbHOCTH C TOUYKH 3pEHHS MPEAPACIONOKEHHOCTH K Onpese-
JIEHHBIM ITPO(ECCUOHATILHBIM 3a00JIEBAHUSM.
Oxka3anoch, 4TO IIPEeIPacoI0KEHHOCTD K aJKOTOJIM3MY WJIM HAPKOMAHUU TOKE MOXKET UMETh I'€HETHYE-
CKyI0 OCHOBY. OTKPBITO YK€ CEMb I'€HOB, ITOBPEKICHUS KOTOPBIX CBSI3aHbl C BO3SHUKHOBEHHEM 3aBUCH-
MOCTH OT XMMHUYECKUX BelecTB. M3 TkaHel OOJbHBIX aJIKOIOJIM3MOM ObUI BBIIEJICH MYTaHTHBIN I'€H, KO-
TOPBII MPUBOAUT K Ae(PeKTaM KJIETOUHBIX PELENnTOpOB J0paMUHa — BEILIECTBA, UIPAIOIIET0 KIOYEBYIO
poib B paboTe LEHTPOB YAOBOJILCTBUS Mo3ra. HenocraTtok nodamuna nian 1eeKThl ero peenTopoB Ha-
MPSIMYIO CBS3aHbI C pa3BUTHEM ajikorojiusMa. B xpomocome 4 oOHapyKeH I'€H, MyTallil KOTOPOTo MpH-
BOJIAT K Pa3BUTHIO PAaHHETO aJIKOTOJU3Ma. YK€ B PaHHEM JIETCTBE 3TO OTPAXKAETCsl Ha IMOBEICHUU pPeOeH-
Ka B BU/JIE TIOBBIIIIEHHOMN MOJBUXHOCTU U 3aMETHOIO Je(PUIIUTa BHUMAHHUS.

Hanpumep, HenaBHO BBIICHMIIOCH, YTO O0Jiee ABYX TpeTel BcexX MONMHE3UHIIeB HaJleIeHbl 0COO0M
aJIJIENIbIO T€HAa AJIKOTOJIBACTUIPOreHasbl 2, KoTopasi o0eperaeT ux OT aJKOTOJIbHOM 3aBUCUMOCTH. boib-
IIMHCTBO JIFOEH ¢ TAKUM I€HOM IPU3HAIOT, YTO MOMBITKY BBIIUTH MMMBA, BOJKHU UM BUHA HEM30EKHO OC-
TaBJISIOT MOcTie ce0sl OUeHb HENMPUATHOE YyBCTBO U CTOMKOE OTBPAIICHHUE K CIIUPTHBIM HaIUTKaM.

B HacTosimiee BpeMs Tak)ke MHTEHCHBHO M3y4yaeTcs MpobiieMa 3aBUCHMOCTH NCHXUKHU YeJIO0BEKa,
€ro CrocoOHOCTEN M TaJIaHTOB OT €ro reHoB. ['aBHas 3a7aya OyIyIIUX UCCIEIOBAaHUN — 3TO U3yUYECHHE
OJTHOHYKJICOTUHBIX Bapuanuii (cuuncoB) B JIHK u BeisABIeHHE paznuuuil MeX1y JIFOJbMH Ha F€HETHYE-
CKOM YypOBHE. DTO IMO3BOJMT CO3/1aBaTh I€HHbIE MOPTPETHI JIOACH U, KaK CIEICTBUE, d3PPEeKTUBHEE Jie-
YUTh 0OJIE3HH, OLICHUBATH CLIOCOOHOCTH M BO3MOXKHOCTH Ka)KJIOT'O YEJIOBEKA, BBISBIIATH PA3INUMsI MEXKIY
MOMYJISILIUSIMU, OLIEHUBATh CTENEHb MPUCIOCOOIEHHOCTH KOHKPETHOTO YeJIOBeKa K TOW MJIM MHOM HKOJIO-
ruyeckoi o0cTaHoBKe U T. 1. [TogpoGHee 00 3TOM MbI paccKaXkeM Jjajiee B ClIeUaIbHON TJIaBe.

Ceiiuac ye BBISIBJICHO CBBIILIE JBYX COTEH I'€HOB JIE€TOKCUKALUHU, MOIUMOPPU3M KOTOPBIX TECHO
B3aMMOCBSI3aH C CYIIECTBEHHO U3MEHEHHOH ()YHKIIMOHAJILHONW aKTUBHOCTBIO U OTPAXKaeTCs B pe3ysibTare
B [IPEIPACcOI0KEHHOCTH HHANBUAYYMA K Pa3InYHbIM 3a00JIEBaHUSAM 01 JE€HCTBUEM KCEHOOMOTHKOB —
Yqy)KepOJHBIX JJISI OpraHu3Ma BELIECTB, TaKUX, KaK MECTULUAbI, IpenapaTsl ObITOBOM XMMHH, JEKAPCT-
BEHHbIE CpeACTBa U T. 1. PaccMOTpUM HECKOJIBKO XapaKTEpHBIX MpUMepoB. DYyHKIIMOHAIBLHO HEMOJIHO-
LICHHbII BApUaHT reHa JeTOKCUKAIMH, Ha3bIBaeMOro reHoM N-areTunTpaHcdepasbl 2, BIUsSET HA BOZHUK-
HOBEHHE paka MOJIOUHOM kene3bl, U 3TOT 3(PPEKT HANPSAMYIO CBSI3BIBAIOT C KYpPEHUEM.

C onpezneneHHbIM BHJIOM nosiuMopdusma apyroro resa (rea GSTM1), ydacTByromero B J1eTOK-
CUKallUUU apOMaTHYECKUX YIJIEBOJOPOJIOB, CBSI3aH Y KYPUIIBIIMKOB MOBBIIIEHHBIA PUCK PA3BUTHUS TAKOTO
3JI0KaUY€CTBEHHOT0 3a00JIeBaHUs, KaK KaplIMHOMA.

WNHTepecHo, 4TO MyTali F€HOB HE BCET/1a MPUBOIAT K HETaTUBHBIM MOCIEACTBUSIM — OHU MHO-
r7a MOT'YT OBITh Ja)ke MOJIE3HBIMM Ul KOHKpeTHoro nuauBuayyma. Ilpusenem onuu npumep. Hekoro-
pBI€ CIIOPTCMEHBI UCIIOJIb3YIOT B KQUECTBE JOMUHIA TOPMOH 3PUTPONOITUH, KOTOPBIM CTUMYIUPYET pas-
MHOKEHHE KJIETOK KPOBHU. 3a 3TO UX CTPOr'0 HAKa3bIBalOT. A BOT y IByXKPAaTHOIo npu3epa 3uMHuX Onum-
nuiickux urp 1964 roma B MuHCOpyke ¢unHa Epo MsHTuUpaHTa uMmenach peikas MyTauus B TeHe-
peLenTope 3TOro ropMoHa (BBIACHWIIOCH 3TO 3HAUUTENBHO IM03XKe). JTa MyTalus, JOCTaBILAsCS CHOPT-
CMEHY OT Jie/la, M BHecJa CYIIEeCTBEeHHbIN BKJIaA B ero nodessl. Jlego B ToM, 4To Ojarogaps MyTalud y
HEero o0pa3oBBIBATIOCH B KPOBU KPACHBIX KPOBSIHBIX KJIETOK Ha 50% Ooibliie, 4eM B HOpME, YTO IPUBOAU-
JI0 K CYHUIECTBEHHOMY IMOBBIILIEHUIO 0OMEHA KHCIIOPOAa U CUJILHO YBEJIMYUBAJIO BBIHOCIUBOCTh OpPraHU3-
Ma K IIEperpy3Kam.
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KoneuHo, 30510TbIe Melanu — 3TO XOPOILIO, HO, CKaXeM, YCTOHYMBOCTh K BUPYCY UMMYyHOAE(DHU-
[IMTa HE MEHee BakHa s yenoBeka. Bens B mepuosa 10 2020 roxa ot CIINJa B Mupe MOXKET MOTHOHYTh
10 70 MWUIMOHOB yenoBek! DTu myratomue qUdpbl IPUBOAATCS B OTUETE, NpeacTaBieHHOM B 2002 roxy
Ha €KEroJJHOM 3ace/laHuu DKOHOMHUYECKOH U corpanbHoil komuccun OOH.

B Vranzae n Tanzanuu MHOUIUPOBAHHOCTh BUPYCOM MMMYHOJE(PHINTA CPEIU MPOCTUTYTOK JI0-
xoaut 10 60-80%, oqHAKO HEKOTOpBIE U3 HUX HE TOJIbKO He ymuparoT oT CIINa, HO 1 poxatoT 370po-
BBIX JIeTei. BbIIO MpeanosnoxeHo, 4To UMeeTcss MyTauus (WM MyTalMM), 3allUINaionias 4eloBeKa OT
CIINa. JIronu ¢ Takoil MmyTanueil MOryTt ObITh HH(OULIUPOBAHBI BUPYCOM UMMYHOieULIUTa, HO HE 3a00-
nesatoT CIIM/lom. B xoHeuHOM uTOore ObLI MAeHTH(GULMpPOBaH reH, noxyyusinii ums CCR-5, ¢ koro-
PBIM BCE€ 3TO CBSI3aHO. 3a ATOM HEMOHSATHOM JIsI HEMPOCBEIICHHOTO YUTATeNss aO0peBUATypOl CKPHIBACT-
Csl TeH, ONpe/IeJICeHHOEe U3MEHEHUE B KOTOPOM (BbInazeHue Hebonbuoro yuactka JJHK) npunaer uenose-
Ky HEBOCIPUMMYHUBOCTh K BUPYCY UMMYHOIe(hULIUTa YeloBeKa. bOoIbIIMHCTBO JI0Iel MTOABEPKEHO ITOU
CTpaIllHOW BUPYCHOM MH(EKIMHU, a BOT UHIAUBHIYyMaM ¢ TaKOW MyTaliel oHa He cTpauHa. B HacTosimee
BpeMs cOo3/laHa KapTa, IPUMEPHO OTpaxkaroulas pacnpezeneHue 3toil myrauuu B rene CCR—5 B EBpore.
Ocobenno yacto (n0 15% HaceneHust) oHa BcTpeyaercs cpeiu (PUHHO-YTOPCKOM TpymMIbl HACETICHHUS.
OObHapykeHue Takoro MyTaHTHOTO T'€Ha MOKET NMPUBECTH B KOHEYHOM HUTOT€ K CO3/IaHUIO HAJIEKHOTO
crioco6a G0pbObI ¢ OJTHUM U3 CaMBIX CTPALIHBIX 3200JI€BaHUI HALIETO BEKA.

[Honumopdusm B reHax-Tpurrepax (reHax-nepexaoyaressnK) 4acTo CBSI3aH C TAKEIbIMH MYJIbTH-
(bakTopHBIMHU 3a00J1€BaHUAMHU. B yacTHOCTH, OTJeNbHBIE BapHaHThl reHa ApoE accouuupoBaHsl ¢ pa3Bu-
THEM TaKUX IMAaTOJOTHH, KaK aTepoCKiIepo3 U 00je3Hb ArblreiiMepa. B kauecTBe reHOB-TPUTTEPOB pac-
CMaTPUBAIOT TaK)K€ MHOTOYHCIICHHBIE OHKOTE€Hbl U aHTUOHKOTEHBI, MyTallUd B KOTOPBIX U3MEHSIOT Me-
Ta0OJIU3M KJIETKU B LIEJIOM U MPUBOJST K €€ 371I0KaUeCTBEHHOMY IEPEPOKICHHUIO.

3Hasi BCE ITO, MOJIEKYJISIpPHAs MEIMLIMHA MMEET BO3MOXKHOCTBH IPENCKAa3aThb Pa3BUTUE TEX WIIU
JPYTUX MaTOJOTMH y KOHKPETHOrO YeJOBEeKa. 3a 3TUM CIeAYeT psl MPEBEHTUBHBIX MEpP, a B OTIEJIbHBIX
ClIy4asx U HalpaBJICHHOE JIEKAPCTBEHHOE BO3JICHCTBUE.

MHorourciaeHHbIE BaXKHbIE 1711 MEAULIMHBI PE3YNbTAThI IOTYYat0T HAa dKUBOTHBIX KaK Ha MOJEIISX.
st 3TOoro paboTy MYTAHTHOTO I'€Ha M3y4aroT C MCIOJIb30BAHUEM CIIELHUAIBHO IMOJYYEHHBIX KYIbTYP
KJIETOK M TPAaHCT€HHBIX KUBOTHBIX. CMOJIEIMPOBAB Ha >KMUBOTHBIX OOJIE3Hb YENIOBEKA, UX MOXHO 3aTeM
MCIOJIb30BaTh I MoAOOpa JIEKApCTB, BIUSIOUINX HA pa3pylIUTENbHOE JIeHICTBUE MYTaHTHBIX T'€HOB, Ha-
MpUMEp IpernapaToB, KOTOPbIE OCTAHABIMBAIOT THOENb KIETOK.

WNuorna uayt apyrum myTem. Y 1a00paTOpHBIX )KUBOTHBIX C TIOMOIIBI0 «TE€HHOTO HOKAyTay TOJI-
HOCTHIO BBIKJIIOUAIOT TOT WJIM MHOM TeH-KaHIUAAaT, 4TOObI Jydllle MOHATh ero yHKuto. Tak, uraibsH-
CKHE€ YYCHbIC OOHAPYKWIIU T€H, UTPAIONIUN KIIOYEBYIO POJb B PAa3BUTHUH KOKAaWHOBOW HAPKOTUUYECKOU
3aBUCUMOCTH. Y Mbiieii 6e3 rena mGIluRS (3T0T reH ObLT BBIKIIOYEH — HOKAyTUPOBAH), B OTIMYUE OT
HOPMAaJIbHBIX MBIIIIEH, MPUCTPACTHE K KOKAaWHY HE BO3HMKaAI0. HopMmabHBIE K€ MBIIIH OBICTPO MPUBHIKA-
U K HApKOTUKY. C MOMOIIBIO CIIeNUaIbHOTO MPUCIIOCOOTICHHSI OHU BBOJIWIM ce0Oe 103y KOKauHa 1o 25
pa3 3a JaBa yaca. DTH IKCIIEPUMEHTHI OTKPHIBAIOT HOBOE HAMPABJICHUE B U3yUYE€HUU MPUYUH HAPKOMAHUHU Y
Ol 1 oucKa MyTeit 00pbObI ¢ ITUM TSHKEIBIM HETYTOM.

Korpga ycranoBiena cBs3b 3a00JIeBaHUS ¢ OJTHUM U3 T€HOB, MOKHO HAYMHATH MTOMCK METOJIOB Jie-
4yeHusl. BriscHeHHE MEXaHU3MOB Pa3BUTHs TOTO WM MHOTO 3a00JI€BaHMs MOMOTAeT pa3padaThiBaTh HO-
BBI€ TIpemaparhl, KOTOPHIE JCUCTBYIOT HAa NMPHUYMHY OOJIE3HH, a HE Ha CHMITOMBI. B KOHEUYHOM HTOTE
JOJKHBI OBITH pa3paboTaHbl CIIOCOOBI U CPEACTBA JiedeHHs OOJBIIMHCTBA OoNe3Hel uenoBeka. Ha aro,
CKOpee BCETo, MOTPEOYIOTCS JECATUIIETHS, MOKET OBITh, Ja)KE€ CMEHUTCSI HBIHEIIIHEE MTOKOJICHUE JIFO/ICH,
OJTHAKO JTIFOOOH ycrex Ha 3TOM IyTH, 0e3 COMHEHMI, CTOUT 3aTPAvYC€HHBIX CPEICTB, YCUIUN U BPEMEHH.
bnarogaps MonexynsipHOl MenuUuHE B OyAyleM, BEpOsSTHO, OyAyT co37aHbl HOBbIE JIEKapCTBa, ropasio
Oosee nzbuparenbHbie U Y3PGEKTUBHBIC, YeM HBIHE CYIIECTBYIOIIUE, TOCKOIBKY OHU OyIyT Ie/IeHaIpaB-
JIEHHO JICCTBOBATh HAa CTPOTO OMpPEIeTICHHBIC TeHHBIE U OETKOBBIC MUIIICHH.

[To MHeHUIO TJIaBbl aMEPUKAHCKOM MporpaMMbl UccieqoBaHuil reHoMa uenoBeka Opencuca Koin-
JIMH3a, YK€ B TIepBOil mosioBuHE X X| Beka JeueHre caMbIX pa3HbIX HEAYTOB OyJIET OCHOBAHO Ha HUCIIOb-
30BaHUU CUHTETHYECKUX T€HHBIX MPOAYKTOB, KOTOPBIE CTAHYT U3MEHATh PadOTy 3a00JEBIIMX KIETOK H
OpPraHoB B HY>KHOM HaIlpaBJICHUHU.
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Tenepp, Korna MoJEKyJIsIpHas IPUPOJA MHOTHX HACIEACTBEHHBIX IaTOJIOTUH YCTAaHOBJIEHA, UX
MOXHO OOHApYKUTh Jla)kK€ Ha BHYTPUYTPOOHOU CTauH. DTO MO3BOJISIET MPEPHIBATh OEPEMEHHOCTh WM
3a0JIarOBpeMEHHO HayaTh JeueHue pedenka. Hampumep, B pe3yiabTare Takux Mep B HEKOTOPBIX CTpaHax
3a MOCTEAHUE TOIBI JOJIA IeTel, OOIBHBIX TamacceMuel (00Je3Hp KPOBH), CHU3MIACh Oosee ueM B 20 pas.
MoHoreHHble HacjeICTBEHHbIE 3a00JIeBaHMs Jierde ONpEeNsSIOTCs, YacTO NEepBble KIMHHUYECKUE CHM-
IITOMBI MPOSIBJISIOTCS. HA CPABHUTENBHO MO3IHUX CTAAMUSIX. ITO AT BO3MOXKHOCTh JUArHOCTUPOBATh UX
710 MOSIBJICHUSI MIEPBBIX MPU3HAKOB MAaTOJIOTMU. Peub uer o Takux 3a00sIeBaHUAX, KaK paK MOJIOYHOM XKe-
ne3bl, Xopesi XaHTUHITOHA, PaK TOJICTOM KUIIKH, MUOTOHUYECKast AUCcTpodus U Ap.

[Iporpecc B CeKBEHMPOBAHUM I'€HOMA YE€JIOBEKA YCKOPUJ IOHUMAHUE U MOJEKYJIIPHOU MPUPOIbI
CIIO)KHBIX T'eHeTH4ecKux 3a0osieBaHui. Co CTpOro onpeaeseHHbIMU I€HaMU CBS3aHO OTHOCHUTENIbHO He-
MHoro 3abosneBanuil. [lonasmsromee ke UX OOJBIIMHCTBO, B TOM YHUCIIE TaKUE «TJIAaBHbIE YOMMIIBI, KaK
cepJieuHbIe, BO3HUKAET MIPU yYaCTUH MHOTUX I'€HOB U OEJIKOB, C OJJHOW CTOPOHBI, U MO/ BIUSIHUEM OKpY-
JKarollen cpenpl — ¢ Apyroi. Bee 3T0 cuiibHO yCI0XKHAET cuTyanuro. [l BbIXOJa U3 3TOTO MOJI0KEHHUS
HCIOJIb3YIOT HECKOJIbKO MeTOA0B. OJIMH U3 HHUX, BECbMa TPYAOEMKH, 3aKI0YAEeTCS B U3yUYE€HUHU OOJIb-
IIOr0 4Hcia ceMed ¢ OmpeAeseHHbIM THIOM 3aboneBanus. Tak, amepukanen P. JlupTton mposen co
CBOMMHM KOJUIEraMH OOIIMPHOE MCCIEI0BaHWE MHOTIOYHMCIEHHBIX CEMEW C CHHIPOMOM IOBBIILIEHHOTO
JaBiieHUs. DTO MO3BOJIMIO OOHAPYXKUTh y HUX CleUU(UUYEeCKHe MYyTAllMH MPUMEPHO B JIECATKE Pa3HBIX
reHoB. MHOIMe U3 3TUX I€HOB KOJUPYIOT IMOYEeUHbIe 0K, KOTOPbIE YUaCTBYIOT B TPAHCIOPTE COJIEH U
APYTrUX MeTabOIUTOB.

Jpyroii myTb — HM3yu€HUE COOTBETCTBYIOIIMX MYyTalUUN y OOJbHBIX MBILIEH, KOTOPbIE UMEIOT
3HAYUTENIBHOE N'€HETUYECKOE POACTBO C uenoBekoM. OHAKO U 3/1eCh IIOKa HE BCE TaK IIPOCTO.

Becbma mnosne3noil 6a30if ais pelieHus 3TUX BOIPOCOB MOKET CIYKUTh OoJibliasi KIMHUYECKast
uHpopManus, pazdpocaHHas cefiuac Mo pa3HbIM MHCTUTYTaM U MEIWLUMHCKUM LeHTpam. s ¢popmupo-
BaHUA TaKoW MH(OPMALIMOHHONW CUCTEMBI celyac y»Ke CO3Jal0TCsl OTPOMHBIE MEXIyHApOIHbIE 0a3bl J1aH-
HBIX TI0 CJIOKHBIM reHeTndeckuM 3abosneBanusM. Hanpumep, nporpamma LURIC (The Luwigshafen Risk
and Cardiovascular Health Study) nocraBuna cBoeil 1enabl0 WASHTUPHUIMPOBATH HOBBIE (PAKTOPbHI pUCKA
TeHEeTUYECKOM IMPUPOABI U OKPYXKAIOLIEH cpebl s O0Ie3Hel cepiedHo-cocyaucTol cuctemsl. lanee ¢
MOMOUIbI0 (PYHKIIMOHAIBHON F€HOMUKH OyZIET OCYHIECTBISTHCS MOUCK HOBBIX MapKepOB U F€HOB, BOBJIE-
YEHHBIX B 3T CJIOXKHbBIE 3a00JIeBaHUSL.

K coxanenuio, HalM HOBBIE 3HAHUS MOKa €IIe C1ad0 OTpa)XKaroTCsl B MEJUIIMHCKOM MpaKTUKE Ha
mpouecce jgedeHus. M 3To NOHATHO — Mbl HAXOAUMCS TOJIBKO Ha IEPBOM 3Tale MyTH K IIOJHOMY IOHU-
MaHUIO (DYHKIIUI YemoBeuecKoro reHoma. Tem He MeHee, B camoe Onmkaiiiee BpeMst HanboJsiee BaKHBIN
MPAKTUYECKHI BBIXOJ HALIMX 3HAHUNA O TE€HOME YEeJIOBEKa OXHJIAeTCsl B TEHHOM JMarHOCTHKE OOJe3HeH,
JICYEHUHU U TPOoPUITAKTHKE HACIEACTBEHHBIX U BPOKICHHBIX 3a001€BaHUI U TOPOKOB.

VY3ke 1aBHO OBITYET XOPOIIO W3BECTHOE MHEHHE, UTO BCe OOJIE3HU OT HEPBOB. DTO YTBEP)KICHHUE,
KaK U MHOTHE JIpyrue KaTerOpUYHbIC 3asBJIEHUS, KOHEYHO XK€, 0HOO0KO. M3 BBIIIEU3I0KEHHOTO OYe-
BUJIHO, YTO B OCHOBE OOJIBIIMHCTBA MATOJIOTUH JIeXKaT He HepPBbI, a YeJIOBEUECKH reHoM. bosbinas yacth
3a00JIeBaHUI YEJIOBEKa UMEET T'€HETUYECKUN KOMIOHEHT. Poib reHeTnuyeckux HapyleHud MOKeT ObITh
BeyIIEH WIK BTOPOCTENEHHOM, HO OHA ecTh ouTH Beerna. «llcuxonornueckuit pakTop» NeHCTBUTEIBHO
UTpaeT MOpoH CYHIECTBEHHYIO POJb KaK B pa3BUTHH 3a00JIeBaHUS, TaK U MpH ero jedyeHuu. Ho 3to yxe
npobJemMa He TeHETUKOB, a ICUXOJIOTOB.

2. 3axknouumenvHovle NOHAMUA RO OUCUUNIUHE

2.1 Knemounbulii yposens opeanu3ayuu Hcueoii Npupoosl

2.1 Bxmrouaet B ce0s npeablayIui — MOJIEKYJISPHBIN YpOBEHb OpraHU3aluu.
Hayxu, koTopble U3y4aroT )KHBbI€ OPraHU3Mbl UMEHHO Ha 3TOM YPOBHE:

BHOXHMKA MonekynApHaA AMonarkA MonekynNAPHAA TEHETHES
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Ha stom YPOBHE YK€ IOABIIACTCA TCPMUH «KJICTKa» KaK «MenbYanas HEACIINMasn OHoOJIOru4YecKast Cuc-
TEMA»

. OOMeH BelecTB ¥ SHEPrHM JAHHOW KJIETKU (pa3HbId B 3aBUCUMOCTH OT TOTO, K KAKOMY LIAPCTBY
MIPUHAIJICKUT OPTaHU3M);

. Oprazoiiibl KJIETKH;

. JKn3HEeHHbIE IUKIIBI — 3apOXKJIEHUE, POCT U PA3BUTHUE U JIEIIEHUE KIETOK

2.2 Hayku, n3y4arolye KJIeTOYHbI YPOBEHL OPraHU3allUuU:

L|Tonorka (FeHeTHES) (AMBRHONOTMA)

I'enetuka u 3M6pI/IOHOFI/I$I HU3Yy4aroT 3TOT YPOBCHb, HO 3TO HC OCHOBHOW 00BEKT HU3YyUCHUA.

2.3. Tka"eBbIl YPOBEHL OPraHU3ALINHN:

Bxuttouaer B ce0s 2 npeblAyIIuX YPOBHS — MOJIEKYJISIPHBIN U KJIETOUHBIH.
OTOT ypOBEHb MOKHO Ha3BaTh «MHOTOKJIETOYHBIM» — BE€Jlb TKaHb MIPE/ICTaBIsIET COO0I COBOKYITHOCTh
KJIETOK CO CXO/IHBIM CTPOCHHUEM M BBINOIHSAIONMX OJJUHAKOBbIE (DYHKIIUH.

Hayka — I'ucronorus

2.4. Oprauugbli (yoapeHue Ha IEPBLIH CI0r) YDOBEHL OPraHU3aIlNY KU3HU

Y OAHOKJICTOYHBIX OpPraHbl — 3TO OPraHeJUIbl — €CTh OOIIME OPTraHeIIbl — XapaKTEePHbIC IS

BCEX DYKAPHOTHUYECKUX MITH TPOKAPUOTHUCCKUX KIIETOK, €CTh OTIUYAIOIIHECS.

Y MHOTOKJICTOUHBIX OPTraHM3MOB KJICTKH OOIIEro CTpoeHUs U PyHKIMI 00beIMHEHBI B TKaHH, & TE, COOT-
BCTCTBCHHO, B OpTraHbl, KOTOPBLIC, B CBOIO OUCPC/b, 06’BCIII/IH€HI)I B CUCTEMBI U JOJIDKHBI CJIIAKEHHO B3an-
MOJICHCTBOBATh MEKIY COOOM.

TxaHeBbIil 1 OpraHHbI YPOBHU OpPraHU3aIMHM — U3y4arOT HAyKH:

BOTAHWMER - PACTHTENRHEIR 30000rMA - 0OHO- | AHATOMKWA-  DuzKonordA (MeduuMHa)
OAHO- ¥ MHOTOKNETOYHEIR MHOTOKNETOUH B Yenoeeka
OpraHHzMEl HHEOTHBIX

2.5. Opranu3MeHHbIA YPOBEHD

Bxurodaet B ce0s Bce MpenbIayliue YpOBHU: MOJEKYISAPHBINA, KICTOYHBINA, TKAHEBBIM YPOBHU U OpPraH-
HBIH.

Ha stom ypoBHe unet nenenue KuBoi npupo/ipl Ha IapCcTBa — KMBOTHBIX, PACTEHUH U rprOOB.
XapakTepUCTUKU 3TOrO YPOBHS:

. OOMeH BelecTB (Kak Ha YpOBHE OpraHM3Ma, TaK U Ha KJIETOYHOM YPOBHE TOXKE )
. Crpoenue (Mopdonorus) opraHuzmMa
. [Tutanue (0OMeH BELIECTB U SHEPTUN)
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. I'omeocras
. PasmHoOkeHHnE
. B3aumoneiictBue Mex 1y opraHuzMaMu (KOHKypeHIus, CUMOMO3 U T.1.)

B3anmopeiicTBrE ¢ OKpyKarolen cpeion

Hayku:
AHATOMKA [eHETHER hMopdonorka PHzHONorMA
|Pa‘mepm &E'I:-E'HTFII OoRerT HIyHEeHns | VpoBeH: VpoBeHE OPTaENIALIIIT
0,1 soag (LOOsEM) | OpPrasimss, opraHe OpraHmsMeds | AHATOMEMe CKHI
&1 BIiL. OpPTAHHRII
Doges
10— 10 MEm Trann Tranenrrl [eTonornecknii
{CReTOONTIHE CRHIT)
20—0.2 amm FmeTrn K rneTouHRI [TirToaorirTe cKInT
(200 5M) (IVKapHOTHYECKHE I
MPOEAPHOTINECEIE )
200—1 mm Knetouneie CyorneToHEil | YIETPAcTPYETY PHEI
KOMITOHEHTEL (3MeRTPOHHD-
MIKPOCKOIITYe CRITI )
Menee | Hu Monewynnl Marponoaery- [Drsuro-xnyire cril
TAPHBI

2.6. [NonoyasiMuOHHO-BUAOBONW YPOBEHEL OPraHU3AIINY KHU3HU

Bxirouaer MOJIEKYIISIpHBIN, KIIETOYHBIN, TKAHEBBIM YPOBHHU, OPIaHHBIA U OPraHU3MEHHBIM.

Ecnu Heckosbko opraHu3MoB CX0kU MOp(hooruyecku (Ipoiie roBopsi, OAMHAKOBO YCTPOEHBI), 1 UMEIOT
OJIMHAKOBBIM F€HOTHII, TO OHU 00pa3yroT OJUH BUJ] UJIH MOIMYJISALHUIO.

OCHOBHBIE IIPOLIECCHI HA 3TOM YPOBHE:!

. B3aMMO/IEIICTBHE OPTaHU3MOB MEX]ly OO0 (KOHKYPEHLUS HIIH Pa3MHOKEHHE)

. MHUKPOABOJIIOIHS (M3MEHEHHE OpraHu3Ma 1o/ JeCTBUEM BHEUIHUX YCIIOBHI)

Hayku, n3yqarommue 3T0T ypOBEHb:

[EHETHEA SEONKLMA FKonorvA

2.7. BUOreoneHOTHYECKUNA VPOBEHD OPTaHU3AIINHT KU3HU

Ha sTom ypoBHE yKe yduTBIBaeTCs IMOYTH BCE:

. [TumeBoe B3anMoeiiCTBE OPraHU3MOB MEX/1y COOOM - MUILEBbIE LIEMU U CETU
. Mex- 1 BHyTPHUBHI0BOE B3aUMO/ICHCTBUE OPraHU3MOB — KOHKYPEHIIUS U Pa3MHOKECHUE
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. Biustnue okpyxarolieit cpeibl Ha OpraHu3Mbl U, COOTBETCTBEHHO, BIIMSHUE OPTaHU3MOB Ha Cpely
UX oouTaHUsI

Hayka, usyyaromiast 3ToT ypoBeHb — DKOJIOTHS
[Tocneanuii ypoBeHb — BbICIINIA!

2.8 . buocdepHsbIii ypoBEeHb OpraHU3aIMH >KHBOU MPUPOIBI
[Ipeacrasnen npoueccamu:

. B3aumoseiicTBue Kak *KUBBIX, TAK U HEKUBBIX KOMIIOHEHTOB IPUPO/IbI
. broreonenosst

. Bnusinue yenoBeka — «aHTPONOTreHHbIE (PaKTOPHI»

. KpyroBoport BewmecTs B IpUpoae

2.2. Tunvt mymauyuii

Myrtanus — ycToiiunBoe (TO €CThb Iepearoleecs M0 HacleICTBY) IpeoOdpa3oBaHre Te€HOTHIIA,
MIPOUCXOJIAIIEE TOJ] BIUSHUEM BHEIIHEH UM BHYTpeHHeH cpebl. [Ipoliecc BOSHUKHOBEHMS MyTaIHi 1M0-
Jy4nJI Ha3BaHWE MyTareHesa.

K MyTanusim crnocoOHbI a0COMIOTHO Bee (DOPMBI )KM3HU Ha 3eMile — MYTUPYIOT KaK BUPYCHI, TaK U BbI-
COKOpa3BUTHIE OpraHu3Mel. M3meHenne opranusma uaet Ha ypoae JJHK, mosTomy He Bcerja MOXKET
OBITh 3aMeTHA (PEHOTUITUIECKH.

MyrTanun
— \\

COMATHUYCCKHE reHepaTHBHLIC

CoMaTH4ecKui TUII MYTaI_II/Iﬁ — U3MCHCHUS NPOUCXOIAT B COMAaTUUCCKHUX (T.C. HCHOHOBBIX) KJICTKax —
KJICTKax TcCia.

ﬂpKI/Iﬁ IMPUMCP — MOABJICHUC HAa BETKaX qepHoﬁ CMOPOJUHBI KPACHBIX A0 UK I'CTCPOXPOMUS — AB-

JICHUC pa3HOro UBCTa I'J1a3 y 4YCJIOBCKaA.

Onu He Nepeaar0TCsA 110 HACIICACTBY

FeHepaTI/IBHBIfI THII MYTaIII/II\/’I — OTO U3MCHCHUS, IIPOUCXOAAIINE B TCHCPATUBHLIX, T.€., IIOJIOBBIX KJICT-
Kax (FaMCTaX). COOTBCTCTBGHHO, OTOT THII MYTaI_II/Iﬁ nepeaacTes 1o HaCJICACTBY.

JIOMMHaAHTHBIE MyTallUX MOSABIISIOTCS YK€ B IEPBOM IIOKOJICHUH, 4 PELIECCUBHBIE — TOJILKO BO BTOPOM U
MOCJIEAYIOIUX ITOKOJICHUSX.
THIIBI MyTALMH:

I'ennrnle MyTalluu — MYTalluu, IPUBOJAIINEC K USMCHCHUIO OJHOI'O I'CHAa

DT0 MOXET OBbITh BBINIAJEHUE OJHOIO WIM HECKOJIBKUX HYKJIeoTu 0B (B yacTu C EI'D no 6uonoruu takue
3aJJaHMs BCTPEYAIOTCS JOBOJIBHO 4acTo). Kaxkercsi, "3BMEHEHHE HE CYIIECTBEHHOE, HO OHO BJIEYET 3a CO-
00l cepbe3Hble nocaencTBus. T.k. 0enok cTpoutcs npu «cuuThiBaHuW» Mojekyiasl PHK, a ona, B cBoro
ouepenb, crpoutcs Ha «0aze» JJHK, To Takoe n3meHeHne BeeT K U3MEHEHUI0 OEJIKOBOr0 COCTaBa opra-
HU3MA.

104



I'eHHblE KOHCTPYKIMU OpTaHKU3Ma YeloBeKa U )KUBOTHBIX ABTOp Makapos JI.M.

H3MeHeHHe T€HOTHIIA

¢ . s

reHoMHBIC r eHHuIe XpoMOCOMHBIE
MYTAIIHH MY TaL MK MYTAIIHH

Haubonee yacToil mpuunHOM reHHBIX MyTalUil siBiiseTcs cOoi npu ynBoeHuu (peruukanuu) JJTHK.
Spxue npumepsl NPOSBICHUS 3TOIO TUIIA MYTAallMM — CEPIOBHIHO-KJIETOYHAsl aHEMUS (CMEpTENIbHOE
3a00s1eBaHne), ATbOUMHU3M U JAIbTOHU3M.

HauOonee BeposiTHast MyTals T€HOB MPOUCXOAUT HPU CKPELIMBAHUN TECHO CBSI3aHHBIX OPraHU3MOB, KO-
TOpbIE YHACJIEOBAJIM MYTaHTHBIN T'eH y o01ero npeaka. [1o 3Toii npuurHe BEpOITHOCTh BOSHUKHOBEHUS
MYTallM{ OBBIIAETCS Y AE€TEN, YbH POJUTEIN SABJISIOTCS POACTBEHHUKAMM.

['eHOMHBIE MyTallU¥ — U3MEHEHHE KOJIMYECTBA XPOMOCOM KapUOTHUIIA OpraHU3Ma.

. M3MEHEHHUE BCEro Ha OAHY XpoMocomy — 47 xpomocoM BMecTo 46 — cunapom JlayHa;

. HOJIMIUIONNS. — YBEJIMYEHHE XPOMOCOMHOT0 Habopa B HECKOJIBKO pa3 (TPUILIOWIUS, TETPaILIOn-
IS U T.J.)- y )KUBOTHBIX HE OBIBAaeT, Y pacTeHU — J0BOJIbHO yacTo. [loyemy y pacteHuil Takoe u3me-
HeHue BcTpeuaercs yame? [loromy 4To y pacTeHuil BO3MOXKHO CaMOOIIbUICHHE — OJ[HA KJIETKA OpraHu3-
Ma C TaKMM HapyLIEHUEM OIJIOJOTBOPSIETCS KIETKON C TOYHO TaKUM K€ HapyIICHHUEM.

[IprurHa TaKoro THIa MyTallud — HEMPAaBUILHOE PACXO0KJIEHIUE XPOMOCOM B IIPOLIECCE MEH03a.

XpoMocoMHbIE MYTALIMU — U3MEHEHHE CTPOEHHS XPOMOCOM

DTO0 MOXKET OBbITh U3MEHEHUE WMIIU JIaXKe BBIMAJCHHUE IEJIOr0 y4acTka XpOMOCOMBI, U3MEHEHUE TOCTe10-
BaTEJIbHOCTH, MIEPEHOC HETOMOJIOTUYHOIO Y4acTKa ¢ OJHOM XpOMOCOMBI Ha ApYyryto u T.1. M3-3a Takoit
MEePECTPOUKHN MOKET MEHAThCS (DYHKIIUU TeHOB. 3a4acTyI0 3TO MPUBOJUT K MEHbIIIEH )KHU3HECTIOCOOHOCTH
Opranusma.

MyTaruu npoucxoaT noctossHHo. Kak yke ObUIo CKa3aHO, HE BCerJa OHM BUJIHBI BHEIIHE (HE BCEraa
MposBIstOTCA peHoTunuueckn). Yem Oomee 3aMeTeH BHEIHMI () PeKT u3MeHeHus, TeM O6osee BpeIHOM
CUHTACTCS] MyTaIlHsl.

MyrTaiusi — 0CHOBa U3MEHUMBOCTHU, & OHA, KaK M3BECTHO, JBUTATEb IBOJIIOLIH.

Opranu3M He MOXKET 3HaTh, KAKME MYyTallMK OYAYT MOJIE3HBI B CIEAYIONIeM TOKoJIeHnH. HeT 1 He MokeT
OBITH MEXaHH3Ma, KOTOPBIA Obl OOECTIeUrBal HAMIPABIEHHOE TOSBIICHUE MTOJIE3HBIX AJISl OpraHu3Ma MyTa-
1107078
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