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AHHoOTauus

26 moHs 2000 roga nNpousolno o4YeHb 3HaMeHaTenbHoe CobbiTMe, O KOTOPOM MHOMO
nucanock B npecce. Ha npecc-koHdepeHuuu ¢ yyactmem npesngeHta CLUA n npembep-mnHucTpa
BenukobputaHun npegcraBuTeny ABYX MUCCReOOBaTENbCKUX KOMMEKTUBOB — MEXOAYHapOOHOro
koHcopuuyma Human Genome Project n komnaHum Celera Genomics — Top»KeCTBEHHO 06bABMMNU
O TOM, 4YTO B pesynbrate MHOrONETHUX YCUNUA OOMbLUIOr0 YuCla YYEHbIX U OrPOMHOrO
PUHaAHCUPOBaHUA 3aKOHYeHa paclunpoBKa reHoMa 4denoBeka (ToyHee, onpefeneHa nornHas
ctpyktypa OHK). Bbin ycnewHo peanu3oBaH He MMelOLWM aHanoroB no macwrtabam [poekT
Beka. UTo e 4enoBeyecTBO y3Hano n npuobpeno B pesynbrate atoro? Kak aTu HOBble 3HaHWUS
NMOMOralT YerioBeKy B peLleHuM ero MHOrMX mnoBcefHeBHbIX npobnem? Kakne TanHbl XpaHuT
YernoBeYvyecKMn reHom?

060 BCceM 3TOM 1 MAET peyb B HACTOSILLLEV MOHOrpachum, HanMcaHHoOW B NONynspHon hopme
W NpeaHa3Ha4YeHHOoN A5t CaMOoro LUMPOKOro Kpyra Yutatenen: Ans LWKOMbHUKOB CTapLUMX KIaccos,
LLIKOMbHbIX yuuTenewn, CTYOAeHTOB M npenofasaTtenein By3oB U BooOLle Ang Bcex obpaszoBaHHbIX
nogen, xenarowmux 6onbLue 3HaTb 0 camux cebe.
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BsyecnaB 3anmaHoBMY TapaHTyn
[eHOM YyenoBekKka: dHUMKnoneaus,
HanncaHHad YeTbIpbMA OyKBaMu

HECKOJIbKO BCTYINMUTEJIbHbIX CIIOB

THoceawaro scene, douepu u guyure

JIroboMy 4enoBeKy — OT MJIAJIIEro IIKOJbHHKA A0 MOXKWJIOTO MEHCUOHEpPA — MHTEPECHO
3HaTh, KAK YCTPOEH OH caM, IoueMy OH 00JIeeT, Kak Bcerna ObITh 30POBBIM U YTO JJIS1 3TOTO HYKHO
nenarb. YenoBeky Bcerga ObUTM ONM3KM HAYKH O JKM3HM, OMOJIOTHS — OJlHA M3 CaMbIX JPEBHUX
HayK. OZIHaKo yke€ B JIPE€BHOCTH CTaJIO MOHATHO, YTO JIF0OOE )KMBOE CYIIECTBO YCTPOEHO HECO-
MHEHHO CIIOXHEe, 4eM JIF000i HeolylIeBIeHHbIH NpeaAMET, 1I000€ BELIECTBO, CaMOe CIOKHOE,
IpolLe JH000ro CyIecTBa, CaMoro HpUMUTUBHOTO. CII0KHOCTbH IIO3HAHUS KU3HHU BO BCEX €€ MHO-
roo0Opa3HbIX MPOSIBICHHUSX CBA3aHa C HECKOJIBKUMHU CYIIECTBEHHBIMU 00CTOsITENbCTBAaMU. Bo—T1ep-
BBIX, *KU3Hb HEBEPOSTHO MHOrooOpasHa. UTo 00Iero MOKHO yCMOTPETh MEXIy Oakrepuei, He
BUJUMOM MPOCTBIM ITIa30M, U, Ha IPYrOM KOHIIE LIETIOYKH, — KUTOM, WJIK CJIOHOM, WJIN, HAKOHEIL,
4es10BEKOM ? BO—BTOPBIX, KHUBBIE CYIIECTBA HEIPEPHIBHO MEHAOTCS, OHU BUBI OABIIAIOTCSA, APY-
rue ucuesarot. Koraa skuim AMHO3aBpbl, HE ObLIO JIIOAEH, a KOT/a pPa3sMHOKWINCH JIFOAH, UCUE3IH
MaMOHTBI U COTHHU JIPyTHUX BUJOB KUBOTHBIX U pacTeHUH. B—TpeTbux, ku3Hb HEOObIUaiHO YyB-
CTBHUTEJbHA K OKpPY’KaloOIIel cpelie, He’KHa, O4eHb JIeTKo paHuMa. [Tomecture 1t060€ )KUBOTHOE Ha
5—10 MuHYT B 6ECKHCIOPOAHYIO Cpealy, U KUBOW OpraHu3M cTaHeT MepTBbIM. HakoHel, xuBble
OpraHu3Mbl HEOOBIYAWHO CI0KHO YCTPOEHBI — B X COCTAB BXOJUT ITPAKTUYECKH BCsl Tabmua MeH-
JienieeBa, TOria Kak, JUlsl CpaBHEHUsI, J11000€ BELIECTBO, JaKe CI0KHOE OpraHUYeCcKoe, He HCIOIb-
3yeT AJIs IOCTPOSHMSI CBOMX MOJIEKY 0ojiee 2—X JIECSTKOB 2JIEMEHTOB MEH/IEJIEEBCKOM TaOIUIIbI.

OnHoil U3 cambIX OONBHIMX 3araJlok OMoJIOTMU Bceraa Oblia mpoOrieMa HaclleAOBaHMS:
IIOYEMY MBIIIb POXKIACT MbllIb, @ HE Kpokoamna? [loueMy netu nmoxoxu Ha poxurenein? [louemy
HEKOTOpbIe OOJNE3HU NEPEAAIOTCS Y JIIOAEH U )KUBOTHBIX 110 HACIEACTBY?

Crapasi, knaccuueckas, JapBUHOBCKasi OMOJIOTHs Jjajla KayeCTBEHHbIE, PUOIU3UTEbHbIC,
OIMCATENIBHBIE OTBETHI HAa YaCTh 3TUX BONPOCcOB. bronorus XX Beka coBEpIINIAa THTAHTCKUH CKa-
YOK B TIOHUMaHUU IPUPOABI XKU3HHU, €€ MOJIEKYJIIPHBIX, XUMUYECKUX OCHOB. BEHII0M, BEpLIIMHON
9TUX TUTAHUYECKHUX YCHJINH BCEr0 MUPOBOTO HAyYHOIO COOOIIECTBa CTala pacmudpoBKa CTpoe-
HUSI HAaCJIEZICTBEHHOTI'O allnapaTa 4ejloBeKa, KOTOPbIH MpecTaBisieT co00i COBOKYITHOCTb T'€HOB U
BHereHHbIX yuacTkoB JJHK — riaBHOM Monekyibl sxxu3Hu. Kopotko Bcto [IHK, B koTopoii 3anucana
HacJIeICTBEHHAs: HHPOPMAIUs O JaHHOM OpraHu3Me, Ha3bIBAlOT «I€HOMOM).

PackpsiTre BuepHe cTpoeHus reHoma ((eBpanb 2001 roga) — coObITHE CTOJB XKe KITIOUEBOE
U1 ICTOPUU Y€JI0BEYECTBA, KAK OTKPHITHE AIEKTPUUYECTBA, aTOMHOM SHEPTUH, N300pETEHHE PaIuo
U TeN1e(hOHHOM CBSI3U U KOMIIBIOTEPOB. UenoBeK, HaKOHEL, OTy4YHI XUMUYECKYI0, MOJIEKYIISIPHYIO
OCHOBY /715 TOTO, YTOOBI IIO3HATh CaMOTo ceOsl.

XXI Bek, HECOMHEHHO, Oyz1eT BeKOM OMOI0rUy. ITO IPU3HAIOT HE TOJIBKO OUOJIOTH, HO U yue-
HbI€ PYTUX, TAJEKUX OT OMOJIOTHH CIIeHUalIbHOCTENH. B 3TOM Beke Mbl y3HaeM, 4TO TaKOe NaMsITh,
TBOpUYECKHE CIIOCOOHOCTH, Mbl HAyYMMCs 3aIlMIIAaTh ce0s1 OT MHOTUX Oose3Hel U 1euuTh 3a0071e-
BaHMsI, KOTOPbIE MbI ceifyac Ha3bIBaeM HEU3JIEUMMbIMHU (paK, HalpHUMep).

OTa KHUTa paccKa3blBaeT 0 reHoMe. Kaxx1plii, KoMy HHTEPECHO y3HATh 0 cebe YTO—TO HOBOE,
IpOYTET €€ C MHTEPECOM U M0JIb30H Ai1s cebst. OHa HamucaHa 10CTaTOYHO MPOCTO, YTOOBI OJJ0IETh
e€ 710 KOHLIA, XOTs, KOHEYHO, HEMOJrOTOBJICHHOMY YMTAaTEI0, KOTOPBIN JaBHO 3a0bLT HIKOJIBHBIN
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Kypc OMONIOTHH, PUIETCS MPUIOKUTH HEKOTOpbIe ycuius. Ho oHu OymyT BO3HArpa)kaeHbl TEM,
YTO YUTATENb Y3HACT JJIs ce0s Maccy HOBOTO, YETO HET MOKa ellle HU B OAHOM YYEOHHKE, y3HAET
MHOTO€ M3 TOTO, YTO HEKOTOPhIE OMOJIOTH JTAJIeKO €IIe CaMH HE OCBOMIIH.

OTa KHMra — CJIEenoK HOBOH OMOJIOTHMH, OHAa OOBSACHSET (M JOCTAaTOYHO IMOHSTHO), MOYEMY
HaIlla )KU3Hb BCe 0OJbINe U 0oJbIe OyIeT 3aBHCETh OT TOTO, KaK MBI CYMEEM PACIIOPSAUTHCS TEM
UH(POPMAITMOHHBIM 0OTaTCTBOM, KOTOPOE HaM IOApHJI IpoILibiii Bek. Ceifuac rimaBHas mpoodiaema
COCTOUT B TOM, KaK IPEBPATUTh TMTAaHTCKHII 00bEM HOBBIX 3HAHUH O TEHOME B HOBOE KayeCTBO
HAaIei KU3HH — 3710pPOBBE, JONTONIETHE, T00eAy Haa OOJIE3HSIMH, UCTIONB30BAaHIE BCEX HAYYHBIX
CHOCOOHOCTEH, 3aJI0KEHHBIX B HAC TIPUPOION U POIUTEISIMH.

He monenureck 1oynTars KHATY 0 KOHIA. Jl0YNTAB MOCIEAHIO CTPAHUILY, BBl TOYYBCTBY-
eTe ceOst TOpABIM 3a YeJIOBEYECTBO, KOTOPOE, HAKOHEIl, HAYMHAET MO03HaBaTh camoe ceds. MbI Ha
noxmyTH K cede. Bbl cMoxeTe caMu y4acTBOBAaTh B OCBOCHUH BTOPOH ITOJIOBHHBI ITyTH — JIJIsI MHO-
T'HX YUTATEJIEeH 3TO MOXKET CTaTh JEJIOM JKU3HHU.

[IpouTts 5Ty KHHTY, BB OU€Hb MHOTOE Y3HaeTe 0 ce0e M OKPYKaIoIIHX Bac cymecTBax. Pa3se
9TO HE UHTEPECHO?

Axademux JI. Kuceneg
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OBLUEE BBEOEHUE

Mup ne npocmo yousumenvhee, u

em mbl cebe npedcmasisiem, —

oH yousumenvhee,

yem Mbl ModceM cebe NPedCmasumo.
Jlotcon bepoon Xonoeiin

YenoBek — BepILIMHA 3BOJIOIUH KUBOU mpupoabl Ha 3emiie. Takoe yTBEp>KICHHE 00IEnpU-
3HAHHO, M1 OHO OOBIYHO HH Y KOTO HE BBI3HIBAET COMHEHUS. 3HAMEHUTHIA MOJIEKYIISIPHBINA OHOJIOT,
naypeat HoGeneBckoil mpemun k. Yorcon nucan: «JIerko BUaeTh B 4eIOBEKE CYLIECTBO COBEP-
HIEHHO 0c000€, OTIMYHOE OT BCEX MPOUYUX KUBBIX CymiecTB. JIUIIb 0H n300pel CI0KHbBIE S3bIKHU,
JAloIINe eMy CPeACTBO Il oOMeHa uiaesMu U sMmorusMu. OH co3fall BENUKHE ITUBUIIM3AINH,
U3MEHUBIINE OKPYKAIOIIUIA MUP TaK, KaK HE MOIVIO ObI €r0 U3MEHUTH HUKAKOE JIPYTroe >KUBOTHOE.
[ToaTomy uenoBek Bceraa ObLT CKIIOHEH CUUTATh, YTO OH 3aHUMAET B IPUPOJIE HE COBCEM OOBIYHOE
MecTo». Ho 3Ta MbICbh MpUHAJIeKAT CAMOMY YEIIOBEKY, U TO3TOMY B HEl €CTh AIIEMEHT CYyOBheK-
TUBHOCTH. be3ycrnoBHO, B TOM, YTO KacaeTcsi MBICTUTENbHBIX (DYHKIUH, TaHHOE YTBEPKICHUE BO
MHOT'OM IpaBUJIbHO. YeI0BeK EeHCTBUTENBHO LApCTBYeT Ha 3emuie. OH yKe TaBHO B 3HAYUTEIb-
HOM Mepe BCTaj Haj IMPHPOJIOH, IepecTan ObITh MPSIMBIM OOBEKTOM €€ €CTECTBEHHOTO 0TOOopaA.
JloCTHKEeHHS YeJTOBEYECKOM [IMBUIIM3AIIMN B IIEJIOM OTPOMHBI, OHM M3MEHUJIN OOJIMK BCEH HallIeH
TUTAHETHI, JIOIUIA JJaKe OYepelb 10 IPYTUX IUIaHET.

OpHako apCcTBOBaHME YEIOBEKa Ha 3eMJIe M B KOCMOCE He 6e3rpaHnyHO. /{0 oJIHOTO coBEp-
HIEHCTBA €My — LIAPI0 MPUPOJBI — €llle OueHb Aaneko. CyliecTByeT MHOKECTBO HEMOABIACTHBIX
4enoBeKy nmpoliemM Jaxke Ha TuianeTe 3emis. Karakin3Mbl M CTUXUH OPOM CTaBSAT Y€I0BEYECTBO
B TymnuK. J[a 1 MBI caMU 110 psALy MapaMeTPOB CUIBHO YCTYIaeM IPYTHM MPEICTABUTENSIM KUBOT-
HOTO MHpa, 0OUTAIOIIUM BOKPYT HAc. BO MHOTHX OTHOIIEHUSX MBI YepeCcuyp CIa0bl, pAHUMBL. ITO
MPOSIBIISIETCS] B HAIlIEH CHIIbHOM ySA3BUMOCTH K BO3ICMCTBUSM PA3NUYHBIX (PU3UUECKUX U XUMUYE-
CKUX (aKTOPOB OKPY>KAIOIIEH cpeibl, B C1a00i yCTOWYMBOCTH K ICWCTBUIO PA3TUYHBIX TATOTEHOB,
HU3KOW TJIOJJOBUTOCTH, OTHOCHUTEIBLHO KOPOTKOH MPOJOIKUTEIBPHOCTH TOJHOIICHHOM XKU3HU. B
OTJIMYHUE OT APYTUX )KUBOTHBIX HAIIEMY 3PEHUIO TOCTYIICH JTUIIb HUYTOXKHO MaJIbIi y4aCTOK dJIEK-
TPOMAarHUTHOTO CIIEKTPa, a 0OOHSHUE HE CIIOCOOHO BOCIIPUHATH M COTOM JI0JIM OKPY>KAIOIIUX HAC
3amaxoB. HekoTopsie sKMBOTHBIC (PBIOBI, IITUIIBI) CIIOCOOHBI Pa3IMYaTh CUTHAJbI, KOTOPHIC YesIo-
BEK BOOOIIIe HE BOCIIPHHUMAET 0e3 crienalbHBIX TPHOOpoB. ['oMep maxe roBopmir: «Mex BCeBO3-
MOYKHBIX CYIIECTB, KOTOpPBIE JBIIIAT U XOJAT, 3/1€Ch, HA HAaIIEH 3emiie, YeJIOBEK HauOoee KaaoKy.
[Moxkanyii, caMmy0 YHUUMKUTENIBHYIO OLIEHKY YeJIOBEKY Jall OJUH aMepUKaHel], KOTOPbI MOACYH-
Tajl, YTO B OpraHu3Me 4esoBeka, Becsuero 70 Kr, conepxkutcs 45,5 kr kucinopoaa, 12,6 xr yrie-
pona, 7 Kr Bogopona, 2,1 kr a3ora, 1,4 xr kanbius, 700 T hocdopa, a Bcex 0CTalIbHBIX AJIEMEHTOB,
BMECTE B35ThIX (B OCHOBHOM KaJlusl, CEPbI, HATPHS, XJIOpa, MarHus, Kene3a U [UHKa), — okoJio 700
. U Bcé 310 «borarcTtBo» crout Beero 1 gomap 98 nentos. Ho 310 yke KpaltHOCTb.

Kyna cepresnee TO, 4TO 4eNOBEUECTBO CTPAZaeT OT MHOTOYMCICHHBIX HACIEACTBEHHBIX
MaToJIOTUM, 60Ie3HEN CEepICUHO—COCYIUCTON CUCTEMBI, 3TOKAYECTBEHHBIX 3a00JI€BaHH, UMMYHO-
nedunuTa U TpaBMaru3Ma. Mbl mo—IpekHEeMY MOABEPKEHBI pa3HOOOPAa3HBIM BUPYCHBIM HH(DEK-
UM, uiaet mupokoe pacnpocrpanenue CIIM/{a, rematura u Apyrux rpo3HbIX MH(EKIIMOHHBIX
3aboneBanuii. Kpome Toro, yesoBeuecTBO 0OpEMEHEHO U MHOTOUHCIICHHBIMU ITOPOKaMH, KOTOPBIE
COTIPOBO’KJIAFOT BCIO €r0 HCTOPUIO. HapKoMaHus1, aJIKOTOIN3M, STTUJICTICUS U IITU30(PEHUS — BCE ATO
COIIyTCTBYET NMPeObIBAaHUIO YeToBeKa Ha 3eMe. B xone Bcelt ncTopuun 4eI0BeYecTBO BEJI0 MHOTO-
YHCIIEHHBIE BOWHBI, B KOTOPBIX OBLITN YHUYTOKEHBI COTHH MIJUTHOHOB €T0 MPEICTaBUTENCH, U JaXke
B XXI Beke cyIiecTByeT TeppOpU3M, pacTeT MPECTYMHOCTh. cue3aoT ogHU «CBEpX—4eI0BEKI»,
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HOSBIISIOTCSA IpYTHeE, TaXKe B HaIlle BpEMs, Ka3anoch Obl, 1aJeKOe OT BPEMEHHU IUKape, OTeIbHbIE
CTpaHbI OOBABISIOT ce0sl «CBEPXAE€pPKaBaMU» U HAYMHAIOT AUKTOBAaTh MUPY CBOM 3aKOHBI )KM3HU U
noBezieHus. Hapymmarorest Bce BO3MOXKHBIE MOpaJibHbIE B OMONelickue MpUHIHUIIEL. Tak 9To «1apb
IPUPOJIBI» JATIEKO HE BO BCEX OTHOILEHUSAX BBIIVISIIUT COBEPILIEHHBIM, €EMY TPEOYIOTCSl 3HAUUTEIb-
Hasi IOMOILb U 3alIUTA.

Ho, HecMOTpst Ha Bce «KMUHYCBI», YeJIOBeUeCKasl MOMYISLHS POJOHKAET HEYKIIOHHO PAcTh
U TIPOLIBETATh, B HEM COXpaHIETCS U MPEBAJUPYET )KU3HEYTBEPKIAIOIIEE U TBOPUECKOE HAYalo.
JlocTmkeHus 4enoBeka Ha IiaHeTe 3emisi orpoMHbl. B yem ke mpuumHa Bcero 3toro? B 3Ha-
YUTEILHOW MEpe 3TO Pe3yNbTaT peall3alud ToW WH(OPMAITUHU, KOTOpas 3aJI0KeHa TIPUPOJION B
HAallleM F'€HETUYECKOM armapare.

W3BecTHO, 4TO MBI BCE€ B TOM UM MHON Mepe 3roucThl. UenoBeka OoJblIe BCETO Ha CBETE
MHTEpeCcyeT OH caM. Bce, uTo nMeeT Kk HeMy OTHOILLEHUE, — IPEeAMET HauBbIcIero BHUMaHus. Co
BpPEMEHEM TPUIILIO TOHUMAHHUE TOTO, YTO BCE YIUPACTCS B OMOJIOTHIO YEJIOBEKa, a BCS OMOJIOTHS
yenoBeka ynupaercs B reHoM. Ko3sma [IpyTkoB roBopwit: 3pu B KOpeHb. B opranusme yesoBeka
IJIaBHBIA «KOPEHb» — 3TO U €CTh reHoM. CTaJio SICHO, YTO OCHOBHOM MYTh K MCIPABICHUIO MHO-
TOYUCIIEHHBIX «CJIa00CTE» YeI0oBeKa JIEKHUT Yepe3 JA€TaJbHOE U3YyUEHHUE CTPOEHUS U pabOThI €ro
HACJICJICTBCHHON WH(pOpMAIy, coaepxkaiieics B reHome. Ho moiroe Bpemsi 3TO HE yaaBaJioCh
CZIeNaTh, IOCKOJIbKY YU€HBIE HE paciiojiarajlii COOTBETCTBYIOIIMMU MOIX01aMu U MeTonaMu. U kax
TOJIBKO K KOHITy XX BeKa MMOSIBUWINCH PEeaJIbHbIE HAyYHbIE, METOANYECKHUE U TEXHUYECKHUE BO3MOXK-
HOCTH OIPENEATh CTPYKTYPhl OOJIBLINX 110 pa3MepaM MOJEKYI, KOIUPYIOLIUX HACIEACTBEHHYIO
uHpOopMaImio (reHoMoB), cpa3y nocie pacmupposku JJHK npocteix oprannzmos (BUpYyCHI, Oak-
TEPUH, IPOXIKH, YEPBb) OTHUM M3 IEPBBIX CIOKHBIX OpraHu3MoB, 4bs JJHK Obina pacmmdposana,
CTaJl 4yeJOBEK. 3HAMEHATENbHO, UTO JIaXe CTPYKTypa I'€HOMa TaKoro KJIAaCCHYECKOTO I'eHeThde-
CKOTO 00BeKTa, KaK Ap030(uiIa, KOTOPBIH UCCIeTyeTCsl CYIIEeCTBEHHO JOIbIIE U KOTOPbIA 3HAYH-
TEJIbHO IPOIIE YCTPOEH, ObliIa ONpe/iesieHa HE paHbllie, a IOYTH OJHOBPEMEHHO C TEHOMOM YeJlo-
BEKa.

VYenexu B M3y4yeHUM I€HOMA YeJIOBEKa CTald BO3MOXHBIMU B IEPBYIO odepeib Omaropaps
YCUIMSAM MEXAYHapOAHOro npoekra «[eHoM uenoBeka», KOTOpPbIM BO3HHK U PEalu30BaJICS B
pe3ynbTare HanpsHKeHHOW paboThl OOIBIIOTO coO0IIecTBa yUeHbIX. HUIIMAaTOPOM 3TOTO JBUKE-
HUs ¢ camoro Havana (koHer| 80—x roaoB) crain gaypeat HobeneBckoil mpeMun 3HaMEHUTBIN yde-
ueIil JIx. Yorcon. B Poccun Takum sHTy3MacToM ObuT akageMuk A. A. baes (1904—1994). B 1988
roxy oH ooparmics Kk M. C. ['opbadeBy ¢ mCEMOM, B KOTOPOM IPEAIOKIIT OPTraHU30BaTh roCyAap-
CTBEHHBIN Hay4HBIH MPOEKT 10 U3Y4YEHUIO reHoMa yernoBeka. Kak B Halell cTpaHe, Tak U 3a pyoe-
KOM 3Ta Uies epBOHAYaIbHO ObIJIa BCTPEUSHA PSAIOM YUCHBIX U 00IIECTBEHHBIX JIESTENCH BechMa
KpuTuyecku. MM kazanock, 4To 3a/1a4a mpoCTO HEBHINIOIHUMA, a TpyAd OyaeT cuzudor. Ho Bpems
1JIO, ¥ TOBOJIBHO CKOPO HAyYHOE COOOLIECTBO BO BCEM MUpPE CTaJIO OOCYXKAATh €€ BCephe3. Yue-
HBIE CMOIJIM YOCIHUTH CBOM NMPABUTEIHCTBA U OM3HECMEHOB, UTO ONPEACIHUTh MOJIHYIO CTPYKTYPY
JHK yenoBeka — BayKHEWIIAs M HACYLIHEWILIAS 3a/1a4a JJIsl BCETO YeI0BeUYeCTBa. B pe3ynbrare aTux
yeunuid B 1989—1990 rr. B CILIA u B CCCP, a 3ateM U B psjie Jpyrux CTpaH Hadaiu QyHKIIHOHH-
pOBaTh COOTBETCTBYIOIINE HAyYHbIE Mporpammbl. UyTh no3aHee Bo3HUKIa MexyHapoHas opra-
HU3aIMs 110 n3y4eHuto reaoma uenoBeka (Human Genome Organization, cokpamenno HUGO).

B camom Hauane 3aa4a ka3anach CBEPXCIIOKHOM, a €€ OCYyIIEeCTBIEHUE cBepxaoporum. Ho
Hay4Has MbICJIb, UHTEJUIEKT U SHTY3Ha3M MHOXECTBA HCCIIE0BaTeNel U3 pa3HbIX CTpaH, IOMHO-
YKEHHbIE HA OTPOMHOE (PMHAHCUPOBAHUE, TIO3BOJIMIN B KOHEYHOM UTOT€ PELIUTh 3Ty IPAaHIHO3HYIO
3anauy. Ha peanu3zanuio npoekra ObUIH BbIAEIEHBI OTPOMHBIE cpeacTBa. KpynHblil Bkian B perie-
HUE 3TON npobiembl (Kak (UHAHCOBBIN, TaK W Hay4HbIN) ObUI CH€NaH B JajbHEHIIEM YacTHOU
amepukaHckoil komnanuein «Celera Genomics». B cymme, 1o mMeronMes orieHKaM, Ha Onpeze-
JIEHHE TOJIHOM CTPYKTYphl FT€HOMA YeJIOBEKa ObLIO 3aTpayeHo cBbllle 6 MipA. noiaapoB. [Ipoekrt
«I'eHOM YenoBeKay CTaja OIHUM U3 CaMBbIX JIOPOrOCTOSALINX U3 BCEX, KOTIa—IN00 CO3/1aBaeMbIX Ha
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3emiie. i cpaBHEHUs: Bech rojioBoi OromxkeT Poccuiickoit @enepanyu Ha 2000 rox Obut paBeH
60 mapa. momtapoB. I'panano3nas paboTa MpOBOAMIACHE OTHOBPEMEHHO B JIBYX JIECSTKaX CTpaH
mupa, Bkitodas CIIA, Aaruro, @pannuro, ['epmanuto, Anonnro, Kuraii u Poccuto, u Obu1a ocy-
IIECTBJIEHA 3a CPOK uyTh Oosiee 10 eT. OCHOBHBIX MHUIIMATOPOB U UCTIOIHUTENEH npoekTa «[ eHoM
yenoBekay ([xeiimca Yorcona, ®pencuca Komnnza, Kpera Ben—rtepa) yxe HazBaau «pbllapsiMu
JIBOMHOW CIIUPAIIH.

Kak ckazan nmpodeccop Maiiki Jlekcrep (pyKoBOIUTEb OPUTAHCKON YACTH MTPOEKTA), OTIPe-
JICJIEHUE TOJIHOM CTPYKTYpPbl FTEHOMA Y€JI0BEKa IPEACTaBIIIET COO0M OJHO U3 BEIUYANIINX JTOCTH-
KEHHH YeJI0BeueCTBa, KOTOPOE MPEBOCXOAUT IO CBOEMY 3HAYEHHIO BBICAJIKY ueioBeka Ha JlyHe.

[IpaBna, enBa u pacKpbITUE TallH CTPYKTYpbl TEHOMA Y€JI0BEKA CTAHET NaHalleel AJis yeso-
BeuecTBa. AXKMOTaXX BOKPYT MpoekTa «[eHoM uenoBeka» CO3/1aeT HECKOIBKO MCKaXKEHHYIO Kap-
THHY, OyATO ObI 3HaHWE MOJIEKYJSIPHON OpraHU3alMi TeHOMa YK€ ceiluac peraeT Bce MpoOIeMbl
yenoBeka. Ha 3ToM (hoHEe BO3HUKAIOT Jjake pacCyXIeHus 00 Y3KO MparMaTHyeCKOM «I€HOICH-
TPU3ME», KOTOPbIN (hopMUpPYET y OOIIECTBA UL KPATKOBPEMEHHYIO WILTIO3UIO HAYyYHOT'O yCIIeXa.
Ho cepbesnble yueHble HOHUMAIOT, UTO 3TO BCETO JIMIIb MEPBbIi, HauaabHbIN ATan. OH yXke Moiy-
YW ¥ CBOE Ha3BaHHE — «CTPYKTYypHbI». Korgja—Tto oauH M3 OTLIOB MOJEKYISIPHOM OHONOrHH,
HoOeneBckuil maypear @. Kpuk roBopmir: «He 3Haems GyHKIuM — u3ydail cTpyktypy». Teneps
Hen30eKHO JJOJDKEH MOCIIeI0BaTh BTOPOH, U, CKOpEe BCETo, Make 0ojIee BayKHBIN 3Tal — «(pyHKIIH-
OHAJIBHBII» — M3y4eHne (GpyHKIHH TeHoB. Dpuk Jlanaep, BO3IIABISBIIMN MCCIEIOBAHUE TEHOMA
yesioBeka B MaccadyceTcKoM TEXHOJIOTHYECKOM MHCTUTYTE, ckaszal B 2000 roxay: «B utone noau,
BEPOSTHO, MOJarajiu, 4To Ha 3TOM HUCClIeZloBaHuE 3aKOHYUTCS. Ho s He 3Hat0, OHAIU JIU JIIONIH,
YTO MBI OOHAPYKHUJIM B TCHOME CaAMYI0 BEJTHUYAMIITYIO B MUPE KHUTY UCTOPUH. MBI TOCTOSIHHO TIPO-
CBITIaeMCs HOUBIO ISl TOTO, YTOOBI IPOJOKUTH YUTATh HCTOPHH, KOTOPBIE 3aKIIIOUYEHBI B TEHOME.
DTO Tak 310pOBO!»

OpHako U IMpeyMeHbIIAaTh 3HAYEHHE COCTOSBIIETOCS «CTPYKTYpHOIO» 3Tana B U3yYEHUU
YeJI0BEYECKOTr0 TeHoMa Helb3s. B Hacrosmiee BpeMsi OMONOTHS B IeIOM (KaK HayKa O JKU3HH)
BCTaeT Ha MPUHIMINAIBLHO HOBbIE, FTEHOMHbIE, peibChl. Peanusanus npoekra «[ eHoM uenoBekay,
1000HO JTIF000MY APYTOMY KPYITHOMY M XOPOIIO OPraHW30BAaHHOMY IIPOEKTY, OAHOBPEMEHHO CITO-
coOcCTBOBaJIa IPOrPeccy MOJIEKYJISIPHON OMOJIOTMU U T€HETHKHU B 11eJIoM. bbuin B 3HaunTENbHON
MEpe YCOBEPILICHCTBOBAHbI METOANYECKAs U MPpUOOpHas 6a3a HayKH, MOIIHBII UMITYJIbC HOTYYHIN
TaKHe, M0 CYTH JieJa, BHOBb CO3/JaHHbIC HAIIPABJICHUS, KaK TEHOMMKA (M3yU€HUE LIETIbIX TEHOMOB),
POTEOMUKA (M3yUYeHHE COBOKYITHOCTH OenKoB) U psia apyrux. C camoro Hayana padoT 1o reHOM-
HOMY NIPOEKTY MHUP JIOTOBOPUIICS 00 OTKPBITOCTH, JOCTYITHOCTH BCEH MOTydaeMoi nHpopMauu
JUISL €r0 YYaCTHHUKOB, HE3aBUCUMO OT MX BKJIaJa U TOCYIapCTBEHHOM mpuHaanexHoctu. Celvac
CYLIECTBYIOT JECATKH MOIIHBIX 0a3 JaHHBIX, JOCTYIHBIX JIFOOOMY I1OJIb30BATENIO0, B KOTOPHIX aKKY-
MyJIMpOBaHa FMTaHTCKas MHPOpMAIH O CTPYKTYpE HE TOJIBKO F€HOMA Y€JI0BEKa, HO U T€HOMOB
MHOTHUX JPYI'HX OPraHHU3MOB.

Tonpko Omarogapsi BHOBb MOTYYSHHOW KOHKPETHOM HH(POPMAIHH O TCHETUIECKOM arapare
YeJI0BEKa CTAHOBHUTCSI BO3ZMOKHBIM UCTIPABIISATh TEHETHUECKUE I EKTHI, JICUUTh PA3INIHbIC 3200-
JIeBaHUs1, KOPPEKTUPOBATH IICUXUKY, OOPOTHCS C BUPYCHBIMU MHPEKIMSIMH, pa3padaThiBaTh COBEP-
IIICHHBIE JIEKapCTBEHHBIE CPEACTBA U BBISBIISITH MUILIEHU, HA KOTOPbIE OHU HAIPaBJIEHbI, CO3aBaTh
HOBBIE TIOKOJICHHUS TUArHOCTUYECKHX U MPOPMIAKTUIECKUX CPEACTB U B PE3YJIbTaTE CYIIECTBEHHO
IPOJUTATH MOTHOLEHHYIO KU3HB YenoBeka. [1o 3Toit npuunne n3BectHwIl reneTuk [xepemu Pud-
KHH cka3ai: «KoMy npuHajuiexkaT reHbl, TOMy IPUHAUIEKUT 21—€ cToneTre». A MOIHBINA TEKCT,
3alKCaHHbIM B TEHOME Y€JI0BEKa, MHOIIA Ha3bIBAIOT J1a)K€ HECKOJBKO BO3BBIIIEHHO DHIIMKIIONE-
e KU3HU.

Wrak, Ha pyOeske TPEThEero ThICSUEIETHSI YETOBEUECTBO HAKOHEII-TO PACKPBLIO OAHY U3 BaXK-
HEWIUX JUIsl HETO TallH — CTPYKTypy reHoma Homo sapiens ( 4yenoBeka pazymHoro). [Ipouso-
1o TO, uTo emie B 1957 romy mpenckasbiBaid pocCUMCKU akaieMuK Bragumup AnekcanapoBud
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Ourenp—Tapar: «He Hy* HO ObITh O€CLIOYBEHHBIM ONITUMUCTOM, YTOOBI BEPUTH, UTO YEPE3 MAThAE-
CAT JIeT OMOJIOTHYECKUH KO/I — XUMHUYECKas 3alI(pOBKa HACIECTBEHHBIX CBOMCTB — OyIeT pac-
mu@poBaH 1 npountad. C 3TOro MOMEHTa YEJIOBEK CTAHET IOJIHBIM BJIACTEIIMHOM XUBOW Mare-
pum».

3HAMEHATENIbHO, YTO CTPYKTypa reHoMa 4eJloBEeKa BUEpHE Oblla OMNpEZesieHa K CepeIuHe
2000 r., xoraa ucnoiaauiock 100 et ¢ odunmanbHOrO HayaNa FeHeTHKU KakK HayKH (TIepeoTKpPhI-
THE MEH/IETIEeBCKUX (DyHIaMEHTAIBHBIX 3aKOHOB HAacleNCTBEHHOCTH npou3onuio B 1900 r.). ITon-
HOE 3aBeplIeHue 3Toi paboTel HaMmeueHo k 2003 rofy, koraa OyaeT onyOIMKOBaH OKOHYATEIbHBIN
TEKCT, 3anucanibiid B renome. Keraru, 2003 ron roomneitasiii — 50 JieT mpomnuio ¢ Tex mnop, kak JIx.
Yorcon u @. Kpuk orkpsum ctpykrypy JHK, kotopas npencrasinsier co00i JBOWHYIO CITUPAb.

Henp3s npeyBennuuBaTh ycrnexu poCCUNCKUX YUEHBIX B 3aBEPILUBIIEMCS MEXKyHAPOJHOM
T€HOMHOM IIPOEKTEe, HO HE CTOMT U IpeyMeHblIaTh UX. B mepByio ouepenp cieayer BCIOMHUTH
BBIJIAIONIETOCA YUEHOT0 akajemMuka A. A. baeBa, KOTOpsIii cTos1 y HCTOKOB ATOTO poekta B CCCP.
3aMeTHBIN BKJIaJ] B U3yUEHHE T€HOMA YeJIoBeKa ObLI CAeNIaH POCCUMCKUMHU YUYEHBIMU B Pa3IMUHbIX
00IIacTAX MCCIIE0BAaHMs, OCOOCHHO B TaKUX, KaK (YHKIMOHAIbHAS TEHOMHKA, STHOTEHOMHKA U
onouH(popMmarrka. B Hactosiiee BpeMst okoio 70 yueHbIXx Poccuu SBISIOTCS YieHAMH BCEMUPHOU
opranuzanun HUGO, u3bpaHue B KOTOPYIO OCYIIECTBISETCS TAWHBIM MEXKTyHAPOIHBIM TOJIOCO-
BAaHUEM Ha OCHOBAHUHU OLIEHKHU MyOnMKauil kaHauaaToB. Bee 3Ty roasl poccuiickas mporpamma
«I'eHom genoBeka» B Mepy cuil puHancupoBaigack Munnpomuayku PO u nonnepxkusanace [pe-
sugmymoM PAH. Koneuno, kaib, 9TO 3TUX CPEICTB OBLIO IBHO MaJjioBaTo Ha ¢oHe oduiero punan-
CUpPOBaHUS TEHOMHOM MTPOrpaMMbl B MUPE, HO, KaK 3TO YacTO ObIBAJIO B IIPOLLIOM, MO3T'H POCCHUIA-
CKHX YYEHBIX B U3BECTHOW Mepe KOMIIEHCHPOBAIU HEJOCTATOK MaTepHalIbHbIX CPEJCTB.

YenenrHoe ¥ IUPOKO pa3peKIaMUPOBAHHOE OIIPEIEIICHUE IIOJTHOW CTPYKTYPbI TEHOMA 4eJI0-
BEKa MOCIY>KUJIO OCHOBHBIM MOBOAOM ]ISl HamucaHUs 3ToW KHUTH. HaOOoXHBINA pyKOBOJUTEND
MEXKIyHapoIHOU nporpamMbl «I eHom venoBeka» @. KoumnH3 na)e Ha3Ball TEKCT, 3alMCaHHbIN B
TEHOME Y€JI0BEKa, «s13bIKoM boray. OHako 3HaueHue NPOU30IIEIIIEro COOBITHS IO CUX MO HE B
MIOJTHOIM Mepe MOHATO IUPOKOH oOmiecTBeHHOCTRIO. AKaneMuk A. A. baes eme B cepenune 90—
X TOJIOB MPOIIIJIOTO CTOJIETHUSI OTMEYAJI C COXKAICHUEM, UTO PA3BUTHE COBPEMEHHOM OMOIOTHH Clie-
JIAJI0 €€ MaJIOAOCTYITHOM IS HECIIEUAIUCTOB. B 3TOM CBSA3M, HECMOTpPSI HA TUTAHTCKUE HAy4YHbIE
yCIEXU, MUCTHKA U CYEBEPUs HE TOJIBKO MPOJOJIKAIOT CYIIECTBOBATh B COBPEMEHHOM OOIIECTBE,
HO JIaXK€ TPOTPECCUPYIOT. XOTEIOCh OBl HAAEATHCS, YTO 9Ta KHHUTa XOTs Obl B HEOONBIION Mepe
MIOMOJKET 3aKpBITh UMEIOIUICS TPOOE B MOHUMAHUU CYTH U 3HAYEHMSI MOCIEIHUX 10CTHKEHUN
yueHbIX. OHa NpenHa3HaYeHa He AJIs y3KUX CIIELUaINCTOB, KOTOPbIE U TaK OHUMAIOT BCIO CYTh
POOJIEMBI, a JUIsl cCaMO# MUpoKoi aymuTopuu. Ho TeMa, KoTopo¥ mocBsIeHa KHUTa, BEChbMa CIie-
nuanpHas. [ToaTroMy B camoM Havase Helb3si ObIIO HE OCTAHOBUTHCS XOTS OBl KPaTKO Ha UCTOPHUU
BONPOCA, HEOOXOIMMO TAKXKE AaTh OOBSICHEHHUE XOTs Obl 4aCTU TOM CHELMATIbHON TEPMUHOJIOTUH,
KOTOPasi UCIIOJIb3YETCs Ha CBOEH «KyxHe» reHetukamu. JKan—Kak Pycco nucan: «Mynpensl, koTo-
pBIE XOTAT TOBOPUTH C MIPOCTHIM HAPOJIOM CBOMM, a HE €TI0 SI3bIKOM, HUKOTIAa HE CMOT'YT CTaTh €My
HOHATHBIMHU. OJIHAKO €CTh MHOXKECTBO PA3HOTO pojia MOHATUM, KOTOPbIE HEBO3MOYKHO MEPEBECTU
Ha s3bIK Hapoza». [lonpoOyem u Mbl 1715 Hauasia caenaTh TaKoW MepeBol, OTYETIMBO OHUMAs IpU
3TOM, 4TO, COITIACHO U3BECTHOMY 3aKOHY Meli—epa, «yCIOXKHITh — IPOCTO, YIIPOLIATh — CIIOKHO».
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YACTb |
CTPYKTYPA TEHOMA YHEJIOBEKA

YTO TAKOE TrEHOM?

Bonpocul 6eunvl, omeemul 00ycnognenvl epemerem.
E. Yapzachgh

B ouanoce c sicusnvio sadicen ne ee sonpoc, a Haut omeem.
M. U. I[eemaesa

C camoro Hayasa OnpenearuMcsl, YT0 MbI 371eCh Oy/ieM MOApa3yMeBaTh MO/ CIOBOM F€HOM.
CaM »TOT TepMHH BIiepBbIe ObLT MpeniokeH B 1920 rogy HemernkuM reHeTukom [. Bunkiepom.
Torma yxe cyliecTBOBall Ipyro Hay4YHbI TEPMUH — F€HOTHII, BB€JCHHBI B apCeHa T'€HETUKOB
B. Horancenom eme B 1909 rogy, moa KOTopeIM MoApa3syMeBajlach COBOKYIHOCTh BCEX HacCIe-
CTBEHHBIX 33JIaTKOB JAHHOW KOHKPETHOM KJIETKHU WM JAHHOTO KOHKPETHOIO opranusma. Brnocnen-
ctBuu MoranceH caM ¢ yIuBIEHUEM TOBOPHIL, YTO €T0 «CJIOBEYKO» HEOXKHMJIAaHHO MaTepHUaIn30Ba-
JIOCh B BO3HUKIILIEH MO3HEe XpoMocoMHOM Teopun T. Moprana. Ho BOT nosiBUIICSI HOBBIM TEPMUH
—reHoM. B oTiinyme ot reHoTUMa STOT TEPMUH JIOJKEH ObUT CTaTh XapakmepucmuKol yeno2o euoa
OpP2aHU3MO8, a He KOHKpemHotl ocodu. V1 3T0 cTano HOBBIM STAallOM B Pa3BUTUU T€HETHKHU.

B Gunonoruueckom cioBape MOHITHE F€HOM OMPEIeIsAeTCsl KaKk COBOKYITHOCTh T'€HOB, Xapak-
TEPHBIX AJISl TalIOUIHOTO (OAMHAPHOTO) HAbOpa XPOMOCOM JaHHOTO BUIAa OpraHu3MoB. Takas
(hopMyIHpOBKa 3ByYUT HE COBCEM MOHSATHO JJIs HECTICIIMAINCTA, a ITIABHOE, OHA HETOUHA B COBpE-
MEHHOM MOHUMAaHHH 3TOro cjaoBa. OCHOBY T€HOMAa COCTABIISIET MOJIEKYJNA Je30KCHPUOOHYKIICH-
HOBOM KHCIIOTBI, XOpOIIIO M3BecTHasi B cokpamieHHoM Bujae kak IHK. Beap Bce renomsl (JJHK)
coieprKar 1Mo KpaiHeil Mepe 1Ba Buaa WHGOpMAIMK: KOAUPOBAHHAS HHPOPMAILHS O CTPYKType
MoJleKyn—TocpenHuKoB (Tak Ha3piBaeMbix PHK) u 6enka (9Ta nHpOpMaIys CoaepKUTCS B TeHAX),
a Tak)Ke MHCTPYKIH, KOTOPBIE OMPEAEISIOT BPEMSI U MECTO MPOSBIEHUS 3TON HHGOpMAINH TPU
pa3BUTUU U AalIbHEHIIICH KU3HEEATEIbHOCTH Oprann3Ma (3Ta nHpopMaIysi B OCHOBHOM pPacIio-
JIOKE€HA B MEKT'€HHBIX Y4aCTKaX, XOTS YaCTUYHO U B caMHX reHax). Camu reHbl 3aHUMAaIOT O4€Hb
HEOOJIBIIYIO0 YacTh T€HOMA, HO MPH 3TOM COCTABISIOT €ro ocHOBY. MHbopmarus, 3anrcanHas B
TeHaX, — 3TO CBOETO POJIa KHHCTPYKIUSD I U3TOTOBJICHHSI OEITKOB, TIIABHBIX CTPOUTENBHBIX KUP-
MWYUKOB Halero tena. «Ha miuedaxy reHoB JIEKUT OrpOMHAsi OTBETCTBEHHOCTD 3a TO, Kak Oyaer
BBITNIAJETh M padOTaTh Kaxk/as KJIeTKa U Opranu3M B 1esioM. OHM yIpaBIsOT HAIICH KU3HBIO OT
MOMEHTA 3a4aTusl 10 CaMOro MOCIEAHEro B3/10Xa, 0e3 HUX He PYHKIIMOHUPYET HU OIMH OpraH, He
Te4eT KPOBb, HE ObETCs cep/lie, He paboTalOT MeYeHb U MO3T.

OpHako 175 OJTHON XapaKTEPUCTUKHU TeHOMa HEJOCTATOYHO 3aJI0KEHHOM B HeM nH(popMa-
LUK O CTPYKType O6enkoB. HyXHEI ellie 1aHHbIe 00 21eMEeHTax TeHETHUECKOTo afmnapara, KOTopbie
MPUHUMAIOT y4acTue B paboTe (IKCMPeCcCH ) FeHOB, PETYIHPYIOT UX MPOSBICHUE HA PA3HBIX dTa-
Max pa3BUTUS U B PA3HBIX )KM3HEHHBIX CUTYyalUsX.

Ho naxe u 3TOr0 Mao s MOJHOIO OnpeAesieHus reHoMa. Beib B TeHOME MPUCYTCTBYIOT
TaK)Ke DJIEMEHTHI, CIIOCOOCTBYIOIINE €r0 CaMOBOCIPOU3BEACHHUIO (pemiuKaliu), KOMIaKTHOU
ynakoBke /IHK B siipe u elle kakue—To HEMOHSTHBIEC MOKA €I1€ YYAaCTKH, MHOIJIA HAa3bIBA€MbIE
«ATOUCTUYHBIMIY (TO €CTh KaK ObI CITy)KAIIMMHU TOJIBKO 1715l caMuXx cebs). [1o Bcem 3TuM npuanHam
CEroJiHs, KOrJia peyb UAET O TeHOME, OOBIYHO UMEIOT B BHY BCIO COBOKYITHOCTh MOCII€OBATEIb-
Hocrer JIHK, mpencraBiieHHbIX B XpOMOCOMAax siiep KIETOK OINPEAEICHHOIO BUJla OPraHU3MOB,
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BKJIIOYasi, KOHEYHO, ¥ reHbl. B 3TO KHUre Mbl OyzieM nojpa3ymMeBaTb UMEHHO TAaKO€ OIpeelie-
Hue. Bmecrte ¢ TeM cienyeT MOMHUTD, UTO B HEKOTOPBIX APYTUX CTPYKTypax (OpraHesuiax) KIeTKu
TaKXe MPUCYTCTBYET TeHeTHYeCKass MHpopMaIus, Heodxonumas Uit (GyHKIIMOHUPOBAHUS Opra-
HU3MOB. B 4aCTHOCTH, y BCEX JKMBOTHBIX OPraHU3MOB, B TOM YHUCJIE U y YEIOBEKA, UMEETCS €Ile U
MUTOXOHJIpHAJIbHBIA T'€HOM, TO €cTh MoJieKyJbl JIHK, npucyTcTByomye B TAKUX BHYTPUKIETOY-
HBIX CTPYKTypaXx, Kak MUTOXOHAPHH, U COAEPKALLNE PsIl TAK HA3BIBAEMbIX MUTOXOHIPHAIbHBIX
reHOB. MUTOXOH/JpHUajIbHbIN T€HOM YeJIOBEKa OYEHb HEOOJIBILON 110 CPABHEHUIO C SIIEPHBIM T'€HO-
MOM, PacIOIOKEHHBIM B XpPOMOCOMaX, HO, TEM HE MEHEE, €r0 BKJIAJ] B KJICTOUYHBIH METa00IN3M
BECHbMa CYLICCTBEHEH.

[TonsATHO, 4TO 3HaHME OnHOM nuilb CTpyKTypsl JJHK BOBCce HE mOCTaToO4HO I MOJIHOTO
OIMCaHMs HACIEICTBEHHOM CUCTEMBI KIIETKH. DTOMY BBIBOAY B JIMTEpaType AaHa ClIeayolas aHa-
JIOTHS: CBEJICHHS O YMCIIe U OpME KUPITUYEH HE MOTYT PACKPBITh 3aMbICIIa TOTUYECKOTO COO0pa
X0J1a €ro MNOCTpoUkH. B Oosee MUPOKOM CMBICIIE HACIEICTBEHHYIO CUCTEMY KJIETKU COCTaBIISIIOT
He Tonbpko cTpykrypa IHK, HO u npyrue ee KOMIIOHEHTBI, COBOKYITHOCTh KOTOPBIX M (DaKTOPHI
OKpY KaroIle cpepl ONPEAesioT, Kak TeHOM OyJeT paboTarh, Kak HOWIET X0 MHINBUIYAIEHOTO
Pa3BUTHS U KaK BOSHUKILIUI OpPraHU3M OyIeT )KUTh TIOTOM.
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HEMHOIO UICTOPUNA, HEMHOIO TEPMUHOIOI N

Tlo—suoumomy, Ha ceeme Hem Huyezo,
umo He Mo2i0 0bl CLYYUMBCAL.
M. Teen

HekotopbiM unTaTensiM MOKeT OKa3aThbCs CKYYHbIM U MAJIOUHTEPECHBIM COZIEPKAHNUE ITOTO
pasnena kHuru. Ho xortenock Obl TaKUM YMTATENSIM HAIIOMHMUTB, YTO JAXKE B 3aXBaThIBAIOIIEM
JIETeKTUBE OBIBAIOT BPOZAE Obl MAJIOMHTEPECHBIE CTPAHMIIBI, KOTOPbIE, OHAKO, MPH AaJbHEHIIIeM
U3JI0KEHUH YacTO OKa3bIBAIOTCS BaXKHBI JJI1 IOHUMAHUS IPOUCXOSIIIETO.

CHauaia HECKOJIBKO CJIOB O TeHEeTHKe. be3 cCOMHEeHHs, HauBBICIINM JIOCTIDKEHHEM B OHOJIO-
UM YUIEIIIETo 1BaIaToro Beka ObUIo OSBICHUE U Pa3BUTHE 3TOW HAayKH, a TAK)KE PACKPBITHE C €€
MIOMOIIIbIO MOJIEKYJISIPHOM IPUPO/IbI HACIEICTBEHHOCTH. M Teneps yke Majo BEpUTCS, 4TO ObLIO
BpeMs, KOTJla B HAIlIEH CTpaHE FeHETUKY Ha3bIBAIM «IIPOAAKHOW JIEBKOM MMIIEpHUAIIM3MA», & yde-
HBIX—TEHETHKOB — IIPE3PEHHBIM TOI/Ia CIIOBOCOYETAHUEM «BEHCMAHMCTI-MOPTaHUCTBI) (IIPOU3-
BOJIHOE OT uMeH HemIa ABrycra Beticmana (1834—1914) u HoOeneBCcKOro Jiaypeara aMepruKaHIiia
Tomaca Xanta Moprana (1866—1945), koropbie chopMyTUpOBATIH IPEICTABICHUS O TUCKPETHO-
CTH T€HOB, MX JIOKAJH3AIMHA B XpPOMOCOMaX, 000CHOBAJIM XPOMOCOMHYIO TEOPHUIO HACIECTBEHHO-
ctH). Celfuac BO BceM MUpPE F€HETHKA HE TOJBKO MOJYUYMIa «IIyTEBKY B dKU3HbY», HO ITPEObIBAET Ha
3aKOHHBIX OCHOBaHUSX B CJIABE U MOYETE.

B ormnuune ot MHOTUX Jpyrux OMOJIOTMYECKHUX HAayK F'€HETHKAa C MOMEHTA CBOETO BO3ZHUK-
HOBEHMSI CTpEMUIach ObITh TOUHOM Haykol. 1 BCs HCTOPHUS T€HETUKU — 3TO UCTOPHS CO3/1aHuUs U
UCIIOJIb30BaHMsI B 3KCIIEPUMEHTE Bce Oosiee U 00Jiee TOUHBIX METO/IOB U MOAXOA0B, YTO CONMKAET
€e ¢ TAKUMH TOYHBIMH HayKaMH, Kak (U3UKa, XUMHS U MaTeMaTHKa.

A Hadajo BceMy ObLIO MOJI0KEHO YeICKUM MOHaxoM [ peropom Menenem, KOTopslii B 1865
rojly onyOIMKoBal CBOM (yHIaMEHTAIbHBIA TPY.

C MaTeMaTUYECKUMHU pacueTaMy, yKa3bIBalOIIMMU Ha CYLIECTBOBAHME HEKUX aOCTPaKTHBIX
JUCKPETHBIX YaCTHII, IEPEIAIOIINX HACIEACTBEHHbIE CBOMCTBA («YaCTHUIIbl HACIEICTBEHHOCTHY ),
Ha3BaHHBIX [TO3/IHEE FeHaMH. JTa eHOMeHaIbHas padota MeHiens, OCyeCTBICHHAs HAa TOPOXeE,
HE npou3sBesa ocoboro 3¢ dexra Ha ero COBPEMEHHUKOB U Oblia 3a0biTa BIIoTh 10 1900 rona
(Hay4yHast MBICIIb B TO BpeMs €11ie He co3pera i ee Bocnpusatus). Cam MeHaenb nocie HeylauHbIX
HOMBITOK MOJIYYUTh aHAJIOTMUYHBIE PE3YJbTaThl MIPU CKPELUIMBAHUM JIPYTMX PACTEHUMN MpPEeKpaTHl
OMBITHI U J0 KOHLIA H3HU 3aHUMAJICS CaJI0BOACTBOM, MUEIOBOICTBOM U METEOPOJIOTMYECKUMU
HaOJIOIEHUSIMU.

Jluts ciycts 35 jieT NpoU301LIO TO, YTO U JOJIKHO ObLIO CITYUUTHCA: 3aKOHBI MeHes1 ObLTN
NEPEOTKPHITHl HE3ABUCUMO U OJTHOBPEMEHHO TpeMs pazHbIMU uccienosareiasimu (I. ne @pusom,
3. Yepmaxom u K. Koppencom), nocie yero v Hauaja MHTEHCHBHO pa3BUBATbCs HAYKa, MOJIyUnB-
11ast MO3JHEEe Ha3BaHUE reHeTHKa. C TeX MOp 3Ta HayKa U POKICHHbBIE HAa €€ OCHOBE MOJIEKYJISIp-
Has TeHeTHKa U T€HOMHUKA 3aHUMAIOT JIMAUPYIOIIEe TOJI0KEHUE CPEIU MPOUYUX HAYK O MPUPOJE,
CTaB B UTOTEC OTHUMU U3 OCHOBHBIX, ONPEACISAIOLIMX CETOIHALUIHUN U 3aBTPaLIHUMI J€Hb pa3BUTHUS
YeJI0BEYECTBA.

Bckope mocine OTKpbhITHSI OCHOBHBIX 3aKOHOB T'€HETUKU ObLIO YCTaHOBJIEHO, YTO MaJIeHb-
KH€ IPOAOJITOBaThIE TENbla, HAOII0aeMble 10T MUKPOCKOIIOM B siipaxX KJIETOK, KOTOpbIE ObLIN
Ha3BaHbl XPOMOCOMAMM, BEAYT ce0s HMEHHO TaK, KaK 3TO 0)KMJIaJ0Ch OT «€AMHHULl HACJIECTBEH-
HocT» Menaens. Ho yxe Torga ObuIO SICHO, YTO YHMCIIO T'€HOB JIOJKHO OBITH OOJbLIE, YeM
yucio xpomocoMm. B 1910 rogy Tomac Xant Mopran Havan u3ydarb OTHOCUTEIBHO MPOCTOM
¥ yAOOHBIM JJIsi aHAIM3a TEHETHYECKUH amnmapar IJIOA0BOW MYIIKH APO30(HIIbI, YTO MPUBEIO
B KOHEYHOM HTOI€ K CO3AaHHUI0 XPOMOCOMHOM Te€Oopuu HaciieACTBEHHOCTU. ComacHO 3TOH Teo-
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pUH, CYIIECTBYIOT MHOTOYUCIIEHHBIE [€HbI, KOTOPbIE IMHEIHO PACIIOIOKEHBI B XPOMOCOMAX, U UX
MIOCTIEIOBATENILHOCTD B OYyIyIIeM MOXKET OBITh pacinpoBaHa.

W3BecTHO, 4TO TeHbl YIIPaBIIAIOT pa3BUTHEM JHOOO0Tr0 KUBOTO OPraHU3Ma C MOMEHTA €0 POXK-
JEHUS U 10 cMepTU. [ eHbl JoCTatoTCsl HaM OT POAUTENEH, U OT HUX B 3HAUUTEIbHON Mepe 3aBU-
CAT HAIIW (PU3MUYECKUE MMapaMeTpPhl, BHEIIHOCTh, CKIIOHHOCTh K PAa3JIMYHBIM 3a00JI€BaHUSIM WIIH,
Hao0OpOT, CBOEro poja UMMYHHUTET K HUM. [Ipu 3TOM cinenyer oOpaTUTh BHUMAaHHE Ha TO, YTO
TaKWe YEPThI, KaK XapaKkTep, yOeKIeHHsI, TPUBBIUKH, TOBEACHUE U JTaKe CIIOCOOHOCTH TaKXkKe OTIpe-
JIENIAIOTCS B 3HAYUTEIbHOW Mepe FeHETUYECKHU, XOTs 3[€Ch CYLIECTBEHHYIO POJIb MOTYT UrpaTh U
couuanbHble (PaKTOPHI, TAKKE, KaK YCIIOBHS )KU3HHU, BOCIIUTaHUE, 00pa30BaHUE, OKPYKECHHUE.

JInup B 40—e roap! NpoILIOro Beka Oblila yCTaHOBJIEHA MaTepUajbHasi OCHOBA FeHOB. Brisc-
HUJIOCH, YTO €10 CITY’KUT OJJHA U3 TaK Ha3bIBAEMbIX HYKJIEMHOBBIX KUCJIOT, @ UMEHHO /1e30KCMpPU00-
HYKJIeHHOBasi kucjaota (cokpamiento, JIHK). Camo cymecTBoBaHNE HYKJIEHHOBBIX KUCIIOT OBLIO
oOHapy:xeHo HBeiapckum onoxumukoM @. Mumiepowm emie B 1868 roay, To ecTh BCero uepes Tpu
rojia Mmocje OTKPhITUS MeHaeneM CBOMX 3aKOHOB (CIIy4ailHOCTh HJIM 3aKOHOMEpHOCTH?). Torna u3
crnepMbl Jtococst Mu—tep Boeienui Gpochopcoaepxaiiee BeuecTBO, MPOUCXOISIIESE H3 KIIETOYHBIX
s71ep, KOTOpOE€ OH Ha3Bajl HYKJEHMHOM (OT CJIOBa HYKJIEYC — SJp0), @ Mbl TENEPb €r0 Ha3bIBacM
N€30KCUPHUOOHYKIEMHOBOM KHCIO0TOU. [IpumeuarenbHo, YTO JBa TaKUX Ba)KHBIX OTKPBITHS, Kak
oOHapy>XeHHE EIMHHUIIBI HACTIEICTBEHHOCTH U €€ (PU3MIECKOTO HOCUTEIIS, OBLIH C/ICTaHbl OYTH
oHOBpeMeHHO. OHaKo, KaK U B ciydae ¢ 3akoHaMu [. Menzens, npakTu4ecKu HUKTO U3 UCCIIe-
JI0BaTeNel B TO BpeMsl HE CMOT OLIEHUTh BaKHOCTb OTKPBITUS Muiepa.

B nanpHeimeM CymecTBEHHbIN BKIIAl B M3YUYEHHE HYKJIEMHOBBIX KUCIOT BHECIA HEMEIKHI
xuMHUK AnsOpext Kéccenb 1 aMepuKkaHCKUN OMOXMUMUK PYCCKOTo mpoucxokaeHus A. @. JIepuH.
[lepBrlii ycTaHOBWII, YTO B COCTaB HYKJIEMHA BXOJAT UYETHIPE a30TCOAECpPIKAIIMX BellecTBa (MX
Ha3BaJiM a30TUCTHIMU OCHOBaHUAMU): ageHHMH (A), ryanuH (I'), umro3un (L) u Tumun (T) (3a
910 B 1910 1. K€ccenp momyurn HobeneBckyro mpemMuro 1o GU3NOJIOTUN U METUITNHE). 3aTeM A.
@. JIeBuH moKa3aj, 94TO B COCTaB HyKJIenHa, kpome tetpansl A, [, I u T, Bxogut B1o6aBok K ¢oc-
(hopHOI KHCIIOTE eIlle U caxap 1e30Kcupudo3a, To ecTb «prdo3a 6e3 Kuciopoaa». Tak 1 BOSHHKIIO
Ha3BaHue ne3okcupudonykinenHonas kucinora (JHK). [To3gnee B cocTtaBe apyroit HyKJI€MHOBON
KUCJIOThl — pubOHyKIenHoBoi kucaoTel (PHK) — 6b11a 06Hapy)eHa pubo3a BMECTO 1€30K—CHUPH-
003bI.

A. @. JleBUH mpemsio)Kui OJHY W3 NEPBBIX T'MIIOTE3 O CTPYKTYpPE HYKIEHMHOBBIX KHUCIOT.
CornacHO 3TOH TUMOTE3€, HyKIEWHOBBIE KUCIOTHI MMOCTPOCHBI KaK JIMHEHHAss KOMOWHAIUS CBSI-
3aHHBIX APYT C Apyra XUMHUYECKON CBsI3bI0 HYKJI€OTHI0B. [1o MHeHuto JIeBuHa, yeThlpe pa3HbIX
HYK—JICOTUIa, BXOJAIIUE B COCTAaB HYKJIEMHOBBIX KHCIIOT, CBS3aHbI I1OCJIEI0BATEIbHO B CTAH1APT-
HBII TETPAHYKJICOTU, KOTOPbIi MHOTOKPAaTHO MOBTOPSETCS B CTPYKTYpPE HYKIEHMHOBOM KUCIIOTHI.
W MHorue uccnenosateny NpUHSIIM 3Ty TUIIOTE3Y Ha Bepy. OJJHAKO CTOIb OHOOOpa3Has U MOHO-
TOHHAs IOCJIEA0BATEILHOCTh HE TOAMJIACh HA POJIb MAaTepPUAIBHON CTPYKTYpbl reHoB. I1o sToi
IPUYUHE J10JIT0€ BpeMs ObITOBajO0 MHeHUE, uTo JIHK BbIIOMHSAET KaKyr0—TO YHUCTO CTPYKTYPHYIO
(GYHKIHIO B XPOMOCOMAX.

Cepust OTKpBITUH, KOTOPbIE IPUBEIU K COBPEMEHHOMY MOHUMAaHHUIO TEHETUYECKOW Ba)KHO-
ctu JIHK u ee ocHoBomomnararoieir poiau B OpraHu3alid XpoMOCOM, Hadanack B cepeaune 20—
X TOJIOB TPOILIOTo Beka, koraa JI. 3unsbept Ha nporesx u @. ['puddur Ha mMHEBMOKOKKAX OMU-
CaJIM OMBITHI IO CepoioTHYecKoi Tparchopmanmu. B 1944 roxy amepukanckuii 6uonor OcBaib
Teonop OBepu ¢ coaBTOpamMH B ONBITaX C MHEBMOKOKKaMH IOKA3aJd, YTO C IOMOILBIO YUCTOIO
npenapara JJTHK moryT ObITh crienuduueckn u3MeHEHbl UX HACIIEJICTBEHHBIE cBocTBa. OHAKO
Jlake 9TH Oe3yTnpeuHbIe pe3yNnbTaThl He YOS IMIIN YIeHBIX TOJTHOCTHIO B ToM, uTo JJHK — 310 Bemre-
CTBO HacjeICTBEHHOCTH. OHU 3aCTaBUJIM YUYEHBIX TOJBKO YCOMHUThCS B ToM, uto /IHK urpaer
YHCTO CTPYKTYPHYIO poJib B XpoMocoMax. [Iponomxana rocioacTBoBaTh Teopusi OEIKOBOM MpH-
POJbI TeHa.
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W Takas cutyanus coxpaHsuiach BILIOTh A0 anpenst 1953 roaa.
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AHK — MONEKYINAPHAA OCHOBA TEHOMA

CKonbko ucmun, npUHABAEMbIX HAMU

6 Hacmosuee pems beccnopHviM,

6 MOMEHM NPOBO32NAUEHUS UX KA3AIUCD

JUUb napadoxcamu unu oaxce epecamu!
Examepuna I1

Ymo mulcaumo — mo 803MONCHO,
UMO BO3MONCHO — MO MBLCAUMO.
I Jleiitonuy

ToHkoe ycTtpouctso AHK

UYrtoObl nanpHeiIIee MOBeCTBOBAaHUE ObLIO OoJiee SICHBIM JJISl YUTATeNsl, pACCMOTPUM CHa-
yasia moJpoOHee, KaK e yCTpOeHa 3Ta CTpaHHas U 3arajodHas monekyna JJHK.

Urak, JIHK cocrout u3 4—x a30TUCTBIX OCHOBaHUH, a Takke caxapa (Ie30KCUpHUOO03bl) U
(ochopHoil kucaoThL. [[Ba a30THCTHIX OCHOBaHUS (CokpalieHHO Ha3biBaeMbIX L[ u T) oTHOCATCS
K KJIaccy TaK Ha3bIBaeMbIX MUPUMHIMHOBBIX OCHOBAaHHMS, a ABa Apyrux (A u I') — K mypuHOBBIM
OoCHOBaHUsM. Takoe pa3aeneHue CBI3aHO C 0COOEHHOCTSAMHU UX CTPYKTYp, KOTOpPBIE MOKAa3aHbI Ha
puc. 1.

OtnenpHble ocHOBaHUA cBs3aHbl B nenouke JIHK caxapo—docharHbi—Mu cBs3siMu. ITH
CBSI3M M300paKeHbI Ha CIEAYIOUIEM PUCYHKE (puc. 2).

Bce aT0 n3BecTHO yke noBonbHO naBHO. Ho meranpHOe ycTpoiictBo Monekynsl JIHK ctano
MOHSATHO JIHIIB CITycTs moutu 90 et mocie 3HaMeHUTHIX paboT MeHnzens u oTkpbiTus Muriepa.
25 ampens 1953 r. B anmuiickoM xypHane «Naturey ObII0 OMyOIMKOBAaHO HEOONBIIOE MTHCHMO
MOJIOJIBIX ¥ TOT/IA €11l MaJio U3BECTHBIX yueHbIX J[xkeitmca Yorcona u @pencuca Kpuka pegakropy
*)ypHana. OHO HAYMHAIIOCH CIIOBaMU: « MBI XOTeNH Obl MPEIOKUTH CBOM COOOPAXKEHHUSI TT0 TTOBOY
CTPYKTYPBI COITU
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Puc. 1. CtpykTypa a30TUCTBIX OCHOBaHUH (3JIEMEHTAPHBIX «OYKBY), U3 KOTOPBIX TOCTPOECHA
Monekyna JJHK

JIHK. Dta cTpykTypa MMeeT HOBbIE CBOIMCTBA, KOTOPHIE MPEAICTABIAIOT OONbIION OHOIOTHU-
yeckuil uHTepec». Crarbs copepxkana Bcero okoso 900 cioB, HO — M 3TO HE NMPEYBEINUEHUE —
Ka)KJ10€ U3 HUX OKa3aJ0Ch Ha BEC 30J10Ta.

A navanocs Bce Tak. B 1951 rony Ha cumnosznyme B Heanone amepukanen /xeliMc YoTcoH
BCTPETHJICS C aHITIMYaHMHOM MopucoM YuiakuH—coM. KoHeuHo e, OHU Tor/ia He MOTJIH ce0e laxe
MIPEJCTaBUTh, UTO B PE3YJIbTaTe 3TOM BCTPEUN OHU CTAHYT HOOENIEBCKUMHU JlaypeaTamu. B To Bpems
VYunkuHc co cBoeil komeroit Posanunnoit @panxiiny npoBoauan B KeMOpHKCKOM yHUBEpPCUTETE
pentreHoctpykTypHbsiit ananu3 JJHK u onpenenunu, uto monekyna JIHK npencrasnser coboii,
cKopee Bcero, cnupaib. [locie pasroBopa ¢ YUIKHHCOM YOTCOH «3aropescs» U pelinil 3aHAThCS
HCCIIeIOBAHUEM CTPYKTYphl HYKJIEHHOBBIX KHUCIOT. OH nepebpaiics B KemOpu K, rae mo3Hako-
Mmuics ¢ @percucom Kpukom. YyeHsle pelImid COBMECTHBIMU YCHIIUSIMU TIOIIBITATHCS MOHSTD,
kak yctpoena JJHK. PaGora Hayanach He Ha mycToM Mecte. MccaenoBateny yxe 3HaIn
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Puc. 2. Xumnueckas crpykrypa nenu JHK

0 CyILIECTBOBaHUM JBYX THUIOB HykJenHOBbIX kuciaoT (JHK n PHK), 3nanu u to, u3 uero
OHH COCTOAT. B ux pacropsikeHun 66Ut poTorpaduu peHTIeHOCTPYKTYPHOTO aHAIIN3a, MTOJTyYeH-
uele P. ®panknun. Kpome Toro, Opsun Yapradd chopmynupoBai kK ToMy BpeMEHH 0OYeHb BaKHOE
npaBuiio, cornacHo kotopomy B JIHK uncno A Bcerna pasHo uucny T, a uucino I paBuo uucny L.
A nanee cpaborana «urpa yma». Pe3ynbsraTrom 3Toi «Urpel» U cTalla CTaThs B xKypHaie «Naturey,
B KoTtopoil [x. Yor—con u ®@. Kpuk onucanu co3iaHHyr0 UMH TEOPETHUECKH MOJIENb CTPOEHUS
monekynsl JIHK. (Yorcony k 3ToMy BpeMeHH elle He UCTIOHMWIOCH U 25 net, a Kpuky 6s110 37).
CornacHo ux «Hay4yHOU (paHTa3uM», OCHOBAHHOH TeM He MEHEee Ha ONpEeAETICHHbIX TBEP/O yCTa-
HOBIIEHHBIX (pakrax, monekyna JJHK nomkHa cocTosITh U3 AByX TMTAaHTCKUX MOJUMEPHBIX IIETIO-
YeK. 3BeHbsSI KaXI0TO MOJMMEpa COCTOST U3 HYKJIEOTHAOB: YIIIeBOJa JI€30KCUPHOO03bI, OCTaTKa
(dhochopHOI KHCTOTHI ¥ 0HOTO U3 4 a30TUCTHIX ocHOBaHwMi (A, I, T unu 11). [TocnenosarenbHOCTH
3BEHBEB B IIETIOYKE MOXKET OBITh JIF000M, HO 3Ta MOCIEI0BATEIILHOCTD CTPOTO CBSA3aHa C MOCIIEI0-
BaTEJILHOCTHIO 3BEHBEB B JIPYTOil (MapHOIl) MOJMMEPHOM LIeTIOYKe: HAIPOTHB A JOIKHO OBITH T,
HanpoTuB T nomxkHO ObITh A, HanpoTuB L] momkHO ObITh I, a HanpoTHB ' nomkHO ObITH 1 (Mpa-
BHJIO0 KOMILIe—MEHTapHOCTH) (puc. 3).
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KOMNAC CHTAPHDET e e eu e i HK

Hracooawue ocTaTkuy

Hcpsz1

OcrarTku

AJ0TUCTEIE OCHOBaKUS

Puc. 3. Cxema B3auMOAENUCTBHA JBYX KOMIUIEMEHTapHbIX Lenel B monekyne JHK

JIBe nmonuMepHsble NENH 3aKPYUECHBI B IPABUIIBHYIO IBOMHYIO criupaiib. OHU yAEpKUBAIOTCS
BMECTE IIOCPEJICTBOM BOJIOPOAHBIX CBs3ei Mexay napamu ocHoBaHuil (A—T u I'—I11) monoOHo
cTyneHbkaM JiecTHULBL. [1o 31O npuunne rosopsrt, uro ase nenu JHK kommnemenrapusl. s
HIPUPOJIbI ATO HE YAUBUTEIBHO. MI3BECTHO MHOXKECTBO IPUMEPOB KOMIUIEMEH—TapHOCTH. KoMmrLie-
MEHTapHbI, HATIPUMED, APEBHEKUTANCKUE CUMBOJIBI «UHBY» U «SHbY», THE3J1a PO3ETKU U IUTHIPbKU
BUJIKH.

JBoitHas cnupans JIHK cxemarnuecku nsoOpaxeHa Ha puc. 4. BHeliHe oHa HaloMHHaeT
BEPEBOYHYIO JIECTHUILY, 3aBUTYIO B ITPaBYy0 criupaiib. CTYNIEHSIMHU B 3TOW JIECTHULIE SBJISIOTCS APl
HYKJIEOTHJIOB, & CBSI3bIBAIOIINE UX «OOKOBHHKI» COCTOST U3 caxapo—(pocdaTHOro 0CToBa.

Tak ObUTa OTKpBITA 3HAMEHUTAs! «/1BOIHAsA cnupanby». Eciiu nmocnenoBareabHOCTh 3BEHbEB
(nykneorunoB) B JIHK paccmarpuBarh kak ee MepBUYHYIO CTPYKTYPY, TO JIBOMHAs CIIMPaJb — 3TO
yxke BropuuHas crpykrypa JAHK. [Ipennoxxennas Yorconom u Kpukom mMozenb «JBOMHON cru-
payiny U3SIIHO pellaja He TOJIBKO Po0iIeMy KOIUPOBaHUs HHPOpMaLUH,
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a

Puc. 4. 3namennras nsoiHas cnupans JJHK a — Pentrenorpamma JIHK, nomyuennas P.
®paHKIUH, KoTopas nomonia Yorcony u Kpuky HaiiT kirou K 1ByxcnupanbHoi crpykrype JHK;
6 — Cxemarnueckoe u300pakeHue AByxcrnupanbHoi Moiekynasl JTHK

HO ¥ ynBoeHus (perumkanun) rena. B 1962 rogy k. Yorcon, ®@. Kpuk u Mopuc Yunkunc
MOJYYHJIH 110 JIOCTOMHCTBY 3a 3T0 Joctmxenue Hobenesckyto npemuto. A JIHK Obuta Ha3Bana
CaMOM ITITaBHOM MOJIEKYJION KUBOU ITPUPOABL. BO BCEM 3TOM, KOHEUHO XK€, CHIIPAJIN CBOIO POJIb TOY-
Hble cBeneHus o crpoeHuu JJHK, HO He B MeHbLIEH Mepe U «IIPOBUIYECKUE» ITOCTPOEHUS CIOXK-
HOW MPOCTPAHCTBEHHOM CTPYKTYPBI, YTO MOTPEOOBAIO OT MCCIIE0BATENCH HE TOJIBKO JOTMKH, HO
Y TBOPYECKOTO BOOOPAKEHUS — KAUECTBA, IPUCYILET0 XYyI0KHUKAM, TUCATEISIM M TI03TaM. «371eCh,
B KeMOpuxe, mpousoruio, ObITh MOKET, CaMO€ BbIaoIIeecs mocie KHuru JlapBuHa coObiThe
B Ouonoruu — YorcoH u Kpuk packpbuin CTpyKTypy reHal» — mucan B To BpeMmsi B Konenraren
Hunbcy bopy ero OpiBimii yuenuk M. JlensOprok. M3BecTHbIN ncnanckuii XynoxkHUK CalibBagop
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Jlanu nociie OTKpBITHs IBOWHOM CIUpPAIM CKa3all, YTO 3TO JUIsl HETO SIBUJIOCH JAOKAa3aTeIbCTBOM
cymectBoBanus bora, n n300pasmn JJHK Ha onHOM U3 CBOMX KapTHH.

Wrak, M”HTEHCUBHBIA MO3rOBOM IITYpPM, IPEANPUHATHIM YUEHBIMH, 3aBEPIUIMIICS IOJHBIM
ycriexoM! B ncropmueckom macmrabe oTkpsiTHe cTpyKTyphl JJHK comocTaBuMO ¢ OTKpBITHEM
CTPYKTypHI aToMa. Eciii BRISICHEHHE CTPOCHHUS aTOMa IIPUBEIIO K TIOSBICHUIO KBAHTOBOW (DHM3HKH,
TO OTKpbITHE cTpyKTYpbl JJHK nano nHauano monexynsipHoit Ouonoruu.

KaxoBbeiMu ke okazanuch maBHble (pusnueckue napamerpsl JJHK yenoBeka — 3Toii rmaBHON

ero mMousiekyibl? JluameTp qBOWHOM crimpanu paBeH 2 HaHoMeTpaM (1 um = 10 - M); PacCTOSIHUE
MEX/1y COCEIHUMU [TapaMH OCHOBaHMM («CTyneHbkaMn») coctanisieT 0,34 HM; OIMH IOBOPOT CIIH-
panmu coctouT u3 10 map ocHoBanuil. [locnenoBarensHoCcTh nap Hyk—eotuaoB B JIHK Hepery-
JSIpHA, HO CaMM Iapbl YIIOKEHBI B MOJIEKYJIE KaKk B KpUCTaJLIE. DTO J1aJl0 OCHOBAaHUE XapaKTEPU30-
BaTb Monekyiy JIHK kak nuHelHbIi anepuoaunueckuii kpucrasul. Yucno oraensHbx Mostekya JJTHK
B KJIETKE paBHO YUCITy XpOMOCOM. [[n1Ha Takoi MoJIeKyIbl B HauOoJIbILel o pa3Mepy XpoMOcoMe
1 yenoBeka coctaBisieT Okojo 8 cM. [I0JOOHBIX TMTaHTCKHUX MOJMMEPOB MOKa HE BBISBICHO HU
B IIPUPOJIE, HU CPENN UCKYCCTBEHHO CHHTE3MPOBAHHBIX XMMHMUECKHX COCIUHEHHM. Y YeloBeKa
JuiHa Beex Monekyn JIHK, cogepxamunxcst Bo BceX XpoMOCOMax OIHOM KJIETKE, COCTABIISET MPU-
MepHo 2 meTpa. CrenoBarenbHo, ynHa Mosiekyn JIHK B musuinaps pa3 6osnblie ux TonmuHbl. Tak

1 14
KaK OpraHusm B3pOCJIOTo YCJIOBCKA COCTOUT IIPHUMCPHO U3 5x10 3 10 KIJICTOK, TO 06111351 JJINHa

Bcex monekyn JIHK B oprannsme paBHa 10" kum (3T0 MOUTH B THICAYY pa3 OOJIbIIE PACCTOSHUS OT
3emun 10 Connna). Bot Takas ona, cymmapnast JIHK Bcero numis ogHOTO YenoBeka!

Korzma rosopst o pazmepe reHoma, To noapaszyMeBaroT oodiiee coaepxkanne JHK B ennnny-
HOM Habope XpoMocoM siipa. Takoit HaboOp XPOMOCOM HA3BIBAIOT TalUIOMIHBIM. J[eJ10 B TOM, YTO
OOJIBIIMHCTBO KJIETOK HAIIETO OPraHU3Ma COAEPKUT JBOMHOM (JUIIONIHBIN) HA0OP COBEPIIIEHHO
OJIMHAKOBBIX XPOMOCOM (TOJIBKO Y MY»UHH 2 MOJI0OBbIE XPOMOCOMBI OTIIMYatoTcs ). Mi3amepenus pasz-
Mepa reHoMa IPUBOATCS B JaJIb—TOHAX, MapaxX HyKJIEOTUAOB (II. H.) Uiy nukorpammax (mr). Coot-

HOILIEHUE MEX]ly 3TUMHU €AMHULIAMU U3MEPEHMsI caeayrouue: 1 nr = 10~ mr = 0,6x10'? nansron

= O,9XIO9 1. H. (1a;mee MBI OyZIeM MCITOJIB30BaTh B OCHOBHOM TI. H.). B ramiounnom reHome 4eno-
BeKa COJIEPIKUTCS OKOJI0 3,2 MIIpa. M. H., uTo paBHO 3,5 nr JIHK. Takum oGpa3om, B sape omHOH
KJIETKH 4esoBeka coaepxkutcs okosio 7 nr JIHK. Ecnu yyectsb, 4To cpeiHMi BEC KIETKU YEI0BEKa
paBeH npuMepHo 1000 mr, To nerko paccuurars, yto JJHK coctaBnser menee 1% ot Beca knetku. 1
TEeM HE MeHee, YTOOBI BOCITPOM3BECTH CAMBIM MEJTKUM MIPUGPTOM (KaK B TeIe(OHHBIX CIIPABOYHH-
Kax) Ty OrpOMHYI0 HH(MOpMaIIHio, KoTopas conepxkutcs B monekynax JIHK oqHoit Hamel kiieTkw,
MoHa100MI0Ch ObI Thicsya KHUT 10 1000 cTpanuil B kaxaoi! BoT TakoB MonHBINA pasMep reHoMa
YeJIoBeKa — DHITMKIIONEINN, HATMCAHHON YeThIPhbMs OyKBaMH.

Ho He ciaemyeT aymarh, 4TO T€HOM 4YelIOBEKa HAMOOJIBIIINHA M3 BCEX CYIIECTBYIOIIMX B TIPH-
pone. Hanpumep, y canmamanapsl 1 nvan JuirHa Mosekya JIHK, conepskamumxcst B O4HOM KIIETKe,
B TPUAIATh pa3 OoJIbIlle, YeM Y YeJIOBEKa.

[Tockonbky Monekynbl [JHK uMeroT ruranTckuii paamMep, UX MOXKHO BBIJICJIIUTh U YBUJETh
JlaKe B JIOMAITHUX YCIOBHUAX. BOT Kak OnmuChIBAa€TCS 3Ta MPOCTAas MPOIIeTypa B PEKOMEHTAINH IS
Kkpyxka «OHBIN TeHeTHK». Bo—TepBBIX, HA/IO B3SITH JIOOBIE TKAHU )KUBOTHBIX WJIM PACTUTEIBHBIX
OpraHU3MOB (HampuMep, SOJOKO WM KYCOK KYpHIIbI). 3aTeM HaJ0 Hape3aTh TKaHb Ha KYCOYKH
u nosokuth 100 T B oObrunbIi Mukcep. Ilocne moGasnenus 1/8 vaitHoi mokku conu v 200 M
XOJIOHOM BOJIBI BCSI CMECh B30OMBAETCsl HA MUKcepe B TeueHue 15 cexyna. Jlamee B3OuTas cmech
MIPOIICKUBACTCS YEPE3 CUTEUKO. B IOTydeHHYI0 MAKOTh HaJl0 1I00aBUTH 1/6 OT ee KonudecTBa (3To
OyZIeT MPUMEPHO 2 CTOJIOBBIC JIOKKH ) MOIOIIETO CPEACTBA (JIJIs MOCY/IbI, HAIIPUMED) U XOPOIIIO pa3-
Memiath. Yepe3 5—10 MUHYT )KUIKOCTh pa3IMBACTCS MO MPOOUPKAM HIIN JIFOOBIM JAPYTHM CTEK-
JITHHBIM €MKOCTSIM, YTOOBI B Ka)K/I0M M3 HUX OBLIO 3allOJIHEHO HE OOJIbIlie TpeTH o0beMa. 3areM
K HEW 0OaBISETCS MO YyTh—4yTh JIMOO COK, BBDKATHIM M3 aHaHAca, JUOO PacTBOP, UCIIOIb3Ye-
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MBIH JJI XpaHCHUA KOHTAKTHBIX JIMH3. Bce COACPIKUMOC BCTPAXHUBACTCA. I[CJ'IaTI) 39TO HaJ0 BECbMa
OCTOPOXHO, TaK KaK €CJIM TPACTU CIIMIIKOM CUJIBHO, TO TUTAHTCKHUE MOJICKYJIbI I[HK IIOJIOMAKOTCs
U [IOCJIE 3TOT0 HUYETrO HEeJb3s OyleT yBUIETh Ia3amu. Jlanee B mpoOUpKy MEAJIEHHO BIIMBAETCs
paBHBII 00BbEM STHIIOBOTO CIIHPTA, YTOOBI OH 00pa30Baj Ciioi moBepx cmecH. Ecnu mocie storo
NOKPYTUTH B IPOOUPKE CTEKIISTHHOH MAJIOUKON, HAa Hee «HAMOTAETCsD BA3KAasl M OYTH OeCIBETHAS
Macca, KoTopasi u pezcTanisieT codoit npemapar JTHK.

eHeTn4yeckasa rpammaTmka

[Tocne ycTaHOBIEHUSI XMMUYECKOTO CTPOEHUSI U TpocTpancTBeHHOU cTpykTypsl JIHK ocra-
BaJIOCh €111€ MHOKECTBO BOIIPOCOB, OCHOBHOM U3 KOTOPBIX 3aKitoyalcs B ToM, Kak xe JIHK koau-
pyeT OeNKH, TO eCTh, YTO MPEACTABISAET U3 ceOsl TEHETHUECKHM KO ATON MOJIEKYIIbI, KAKYI0 «Tpam-
MaTHKy» OHa Mcrnonb3yeT? Ha 3To B mepByto ouepes U ObLITN HANpPaBIEHBI JadbHEHIINE yCUIUs
HCCIIeIoBaTelIeH.

Wrak, ycranoBneno, uro «oyksamu» B JIHKoBOM TekcTe citykaT HyK—JI€OTHABI — SI€MEH-
TapHble 3BeHbs nonumepHoit monekynasl JJTHK. B IHK Bcero 4 nykneoruna (A, T, I, II). CrenoBa-
TEJbHO, €CIIU CPABHUTH KK/ U3 3TUX HYKJICOTUIOB C OTAeIbHOU OyKkBOii, TO andasut JHKo-
BOI'0 TEKCTa COAeP:KUT Bcero 4 «0ykBbI». Kak xe u3 3Tux «OykB» (OPMUPYIOTCS «CIOBa» U
«IIPEeTIOKEHUS» ?

benkoBbie MONEKYIbI BCEX CYIIECTBYIOIIMX HA 3€MJI€ OPraHU3MOB MTOCTPOEHBI Bcero u3 20
amuHokucnoT. Cpa3zy nocie coznanusg mogenu JJHK ctano sicHo, 4To cymiecTByeT HeKui KoJ, nepe-
BoIsAIIMI yeThIpexOykBeHHbli JIHKOBBII TEKCT B 1BaaaTHOYKBEHHBI aMUHOKUCIOTHBIN TEKCT.
DJieMEeHTapHbIE PacuyeThl TOBOPUIIA O TOM, UTO YUCJIO BO3MOKHBIX COYETAHUM, B KOTOPBIX YEThIPE
HYKJICOTHIa MOTYT OBITh MO—PAa3HOMY PACIIONIOKEHBI B «TEKCTE», JOCTUTAET aCTPOHOMHUYECKHX

3nayenuid. Tak, monekyna JIHK, cocrosimas, k mpumepy, Bcero u3 100 map HyKJI€OTUIOB, MOXKET

TEOPETUYECKU KOIUPOBATH 4100

nene?

OpHMM U3 MEPBBIX B ATOM MbITANICSA pa3odpaTbes pycckuit gusuk I. ['amoB, sMurpuponas-
mui B TO Bpems B AMepuky. Hacimymasmuce MHOrounciieHHbIx pa3rosopos o JJHK u y3HaB, uto
OHA COZIEPKUT — KaK M KApThl — BCErO YEThIPE «MACTU», ['aMOB pemImI «pas3nokuTh MACBSIHCY C
L[eJIbI0 TIOHATH YCTPOICTBO reHeTndyeckoro koga. EMy cpa3sy crasno sicHO, UTO KOJl HE MOXKET OBITh
«JIBOMYHBIMY», TO €CTh OJIHY AMUHOKHUCIIOTY B O€JIKe T0JIKHA KOIUPOBaTh HE ABOWKA HYKJIEOTHI0B
— «OyKB», a KaAK MUHUMYM TpoiKa. J[ermo B ToM, 4To codeTanue u3 4 mo 2 gaet Bcero 16 xomOu-
HaIlAH, a 3TOr0 HEJTOCTATOYHO JUIsl KOAUpoBaHUs BceX 20 aMrHOKHCIIOT. ClieI0BaTeNIbHO, PACCYXK-
nan ['amoB, Ko AOJKEH OBITh MO KpaiiHel Mepe TpeXOyKBEHHBIM, TO €CTh KaXK[yl0 aMUHOKHUCIIOTY
JIOJKHA KOJIMPOBATh TPOHKA «OYKB» B TIOOBIX coueTaHUsIX. Ha ’TOM OH M 0CTaHOBHIICS, TTOCKOJIBKY
Jlajiee BO3HUKAJIO MHOKECTBO BOITPOCOB. B 4aCTHOCTH, TaKOM: YMCIO codyeTaHui U3 4 1o 3 paBHO
64, a aMmuHOKHUCIOT Beero 20. 3aueM ke Takasi U30bITOYHOCTh B TPEXOYKBEHHOM Kojie?

B 10 Bpems yxe cyliecTBoBaj XOpOIIO U3BECTHBIN MyTh, KOTOPBIN, B YACTHOCTH, ObLI MPO-
nenaH B cBoe Bpems (paniry3zoM JKanom Illammnons—oHoM npu aemndpoBke neporiugoB IpeB-
Hero ErunTa. B kauecTBe OCHOBHOTO MOJACHOPHS ISl PELICHUS CTOSALIEN NEpe HUM 3aJa4d OH
HCIOIb30Ba 0a3alIbTOBYIO IUIUTY, KOTOPYIO OOHapyX WM BO BpeMsi BoeHHOW kommanuu Haro-
neoHa B Eruner u xotopas nomyuywna HazBaHue Poserrckuii kameHs. Ha muinrte ogHOBpEMEHHO
MIPUCYTCTBOBAJIN JIB€ HAAMUCU: OJJHA ObliIa Meporupuyeckas, a Apyras — cieJlaHHasi FPeYeCKUMU
OyKkBaMU Ha rpedeckoM s3bike. K cuacThlo, U SI3bIK, M1 TUCHMO JIPEBHUX I'PEKOB ObUIN B TO BpeMs
y>K€ XOPOIIO U3BECTHHI YUEHBIM. B pe3ynbrare cpaBHEHHE IByX TEKCTOB PO3€TTCKOr0O KamMHs IpH-
BEJIO K paciin(poBKe eruneTcko neporin@uku. ITUM MyTEeM U IBUHYJIUCH YUEHbIE IPU pacIind-
pOBKe reHeTudeckoro koga. Hago Obu1o cpaBHUTH /1Ba TeKcTa: TeKCT, 3anucanHbii B JIHK, ¢ Tek-
CTOM, 3alMCaHHbIM B Oenke. OHaKO MepBOHaYaIbHO yUueHble He ymenu «uutarb» JJHK, a ogHoro

Pa3IUYHBIX 0OEeJIKOBBIX «TEeKCTOBY». KakoBa ke CUTyalus Ha CaMOM

21



B. 3. TapaHTtyn. «l'eHom 4enoBeka: QHUMKNONEANd, HanucaHHasa YeTblpbMs BykBaMmm»

M3BECTHOTO B TO BpeMs OEIKOBOTO TEKCTa OBIJIO HEJOCTAaTOUHO. [IpHIIIIoCch HCKYCCTBEHHO CHHTE-
3UpOBaTh pasHOoOpa3Hbie kopoTkue Gpparmentsl PHK u cuaTe3npoBaTh Ha HUX B HCKYCCTBEHHBIX
cucremax ¢parmeHTsl Oenka. BecHoit 1961 rona B Mockse Ha MexayHapoJHOM OHOXUMHUYECKOM
koHrpecce M. HupenOepr coolmuu1, 9To eMy yIalioch «IpodecThy nepoe «ciaoBo» B JJHKoBom
TekcTe. D10 Obuta Tpoitka OykB—AAA (B PHK, coorBercTBeHHO, YVVY), TO €CTh TpH ajcHUHA,
CTOSIIIIUE APYT 32 APYTOM, — KOTOpasi KOMUPYET aMUHOKHCIIOTY (heHMnananuH B 6enke. Tak ObL10
TIOJIO’KEHO HA4YaJlo pacin@poBKe FeHETHIECKOTO KOJa.

Taxo#l myTh B KOHEYHOM UTOTE BCKOPE MIPUBEJI K OJHOM pacIMPpOBKE FTEHETUYECKOTO KO/1a.
[HonTBepaunock npeanonoxkeHue I'amoBa, 4TO KOA TPUILIETHBINA: OAHONH aMUHOKHUCIOTE B Oei-
Kax COOTBETCTBYET nociuenoBareabHocTh U3 3 Hykieotu 0B B JIHK u PHK. Takue xogupyromue
TPOMKHU HYKJICOTHJIOB — «CJIOBA» — IOJYYNJIN HA3BaHUE KOAOHOB.

HaromuuM, 4uro eme ['aMOB CTOJIKHYICS € MapaJOKCOM: M3 YEThIPEX HYKJIEOTHUIOB MOXKET
OBITH TOCTPOEHO 64 pa3HBIX KOJOHOB, a JJIsi TOCTPOCHHMSI OSJIKOB UCTIOIB3YETCs TOJIbKO 20 pa3nuy-
HBbIX aMUHOKHUCIIOT. Penienue 31oro napagokca 0Ka3ajloch B CIEIYIOMEM. bOJIBIIMHCTBO aMUHO-
KHCJIOT MOXKET KOIMPOBATHCS HECKOJIBKUMU KoJJOHaMU. [lociie BBISICHEHHS 3TOr0 00CTOSTENBCTBA
TEHETUYECKUN KOl Ha3BaJIM BbIPOKIACHHBIM.

B tabnuue 1 npuBenens! kogonsl, HO He B camoil JIHK, a B PHK—nocpennuke (MarpuyHoit
PHK, nmm MPHK), o6pa3syromeiics na JIHK, 1 cooTBeTCTBYIOIINE MM aMHHOKHUCIIOTHI B OEIKax.

Kpowme Toro, kak BUHO U3 TaOIMIIBI, peaabHO AJi1 KOAUPOBAHUS UCIIONIb3YIOTCSl HE BCE BO3-
MOYKHBIE KOZOHBI. TpH M3 3TUX «JIHIITHUX» KOAOHOB BBIMOJHSIOT (PyHKIIMIO CTON—CUTHAJIOB, 00€C-
neynBast peKpalieHue cuaTe3a OSIIKOBOH 1eTH.

Ecnu BHEMaTenpbHO MOCMOTPETh Ha TadiHIly 1, TO BUIHO, YTO BHIPOXKIEHHOCTh T€HETHYC-
CKOTI'0 KOZIa HOCUT HE COBCEM CIIy4alHbIN XapakTep. XOTs KOJ TPUILIETHBIM, OCHOBHYIO Harpy3Ky
HECYT IIEpPBHIE JIBA HYKJICO—TH/IA B KQXKJI0M KOZIOHE. Halie BCero B pa3HbIX KOJOHAX, KOAUPYIOIIHNX
OJIHY U Ty K€ aMMHOKHCIIOTY, OTJIMYAETCS JIMIIb TPETUN HYKIECOTHUL.

Ta6auna 1. ['eHeTnueckuid cioBapb. YKa3zaHbl aMUHOKHUCIIOTHI, BCTpeUaroluecs B Oenkax,
Y COOTBETCTBYIOIME UM KOJOHBI B KomiuiemeHnTapHou JIHK marpuunoit PHK

Anmannn Apraans | AcnaparsH Acnaparmaosas | Banan
KHCI0TA

LY, A, | LY, LTA, | TAY, TALL AAY, AALL I'¥¥, ¥,

[LILL O | WL, Orr, YA, T¥T
ATA AIT

Facrapus | Dmanas | Toyravus Inyramurosans | Haoneiimns

KHCI0Ta

LAY, TALL | TT¥ ITA, |TAA TAD LAA, TIAT AVY AVA,
[TL, ITT AV

JeiinuH JIuzun MeTnoruH Iponus Cepun

Y¥A VYT, | AAAAAT | AMT LI, TITLL ATY, AT,

LI¥LL, YT LILLA, TILY ¥LA, ¥LT,

LI¥A, LIVLL VLY, YL

Tuposur | Tpeonnn | Pennnananms | Tpunrtodan Hucrenn

VAV, VALT | ALLY, ALIA, | VYV VIT VIV, VT1L
AL, ALTLL | V¥

Her amuno-

KHCI0ThI

VAA, VAT,

¥TA
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Ienernyeckuii Koz MepBOHAYANBHO ObLT pacM(poBaH y TAKUX MPOCTHIX OPraHU3MOB, KaK
¢aru u Gaxrepun. B manpHeleM oka3anock, YTO OH YHUBEPCAJIEH (32 OYE€Hb PEIKUM UCKITIOYE-
HUEM) JUIsl TEHOMOB BCEX CYLIECTBYIOIIMX HbIHE )KUBBIX OpraHu3max (0T OaKTepuil 10 4eI0BEKa).
Heb6onbimme omnumsi, 0 KOTOPBIX Mbl IOTOBOPUM Jajiee, ObLIM BBISIBIEHBI IPU CPAaBHEHUU sIJIEp-
HOTO ¥ MUTOXOHJIPUAJILHOTO F€HOMOB.

Wrak, kak B MIPUBBIYHOM HaM TEKCTe KHHUTH, BCs nHpopmanus 3anucana B JJHK mocneno-
BaTEIbHOCTHIO PACTIONIOKEHHSI YETHIPEX COCTABISIOMINX €€ «OyKB» — HyKJIeoTua0B. Takum o0Opa-
30M, JIHKoBbI# TekcT Hanucan ¢ momonisio A, T, I, '-andasuta. [Ipu 3TOM TOJIBEKO TEKCT OTHON
u3 1Byx neneit JIHK oObruHO Koaupyromuid, a apyras Lelb, Kak IpaBUiio, HeKoaupytomas. Xots
U3BECTHO, YTO B Ka)XXJIOM IIpaBWJIe €CTh UCKItoueHus. Ecnu unrarens nonpoOyer Hanucars 3TUMU
4eThIpbMs OyKBaMU KaKue—HUOYIb PYCCKHUE CI0BA, TO Y HETO HUYETOo He MoyduTcs. «CIoBOM» B
JIHKoBOM TeKCTE, YCIIOBHO TOBOPS, CIIYKHUT ONPEIEICHHOE COYETAaHUE TPEX HYKJIEOTUIO0B, KOTO-
POMY COOTBETCTBYET KOHKPETHAsI aMUHOKHCIIOTA B O€JIKE, IBJISIOIEM S TaKoKe osiuMepoM. Takum
o0pa3oM, B KJIETKE YETbIpbMs OyKBaMHU 3alIMCaHO JBa JECATKA «CJIOB» (aMUHOKHUCIOT — COCTaB-
HBIX YacTeil OenkoB). M, HakoHel, Kak «mpemioxenue» B JIHKoBoM TekcTe MOXKHO paccMmarpu-
BaTh MOJIHBIA HAOOpP TPUILIETOB, KOAUPYIOUIMX OTPENEIeHHBINH OeNoK, TO ecTh reH. Takum o0Opa-
30M, TEHETHYECKUI andaBUT COCTOUT Bcero u3 4 OykB, a TeHeTH4YeCcKuil cioBapp u3 20 cios. B
STOM CBS3M BCIIOMHUM, YTO JIaXKE€ CIIOBaph DII0YKU—Ironoeaku u3 pomana M. Unwda u E. [letposa
«JIBeHaamare crynbeB» coctosut u3 30 cioB, a «CrnoBaps si3bika npousBeaeHuit A. C. Ilymkunay
HacuuThIBaeT NpuMepHO 20 ThIC. CIIOB.

CymiecTByeT cTporas 3aKOHOMEPHOCTh: YeM JJTMHHEE KOJl (4eM OOoJibllie B HEM 3HAKOB), TEM
Kopoue TeKcThl. OTPOMHBIH 10 pa3MepaM KO MPEACTABISIOT COO0H, HapUMep, KUTalCKHe Hepo-
sl B pesynbsrare 3T0oro nepormuduueckre TeKCTh CYIIeCTBEHHO 00JIee KPaTKy 10 CPAaBHEHUIO
C Ipyr'MMH CUCTEMaMH MHUCbMa, B TOM 4Kciie U Hamed. O HaKo JUIs CO3AaHUs TEHETUYECKOTo KoJia
npupona BeiOpaia Bcero 4 «OykBbl». Takoi Ko mpeAronaraeT HaTuune JJTHHHBIX TEKCTOB, UTO U
peaIn30BaIOCh MPUPOION B BUJIE co3aaHusl ruranTckux mosekyn JAHK. ITpu Hanucanuu noaHoro
«TEKCTa» TeHOMA YeJIOBeKa MOTPeOOBAIOCH OKOJIO 3,2 MIIp.. «OyKB». sl CpaBHEHHUS: B CBAIICH-
HOW KHMre BbpITHs, HanMcaHHON Ha JpPEeBHEEBPENCKOM si3bIKe, cosepkutcs Bcero 78100 Oyks.

Pa3mHoxeHue OHK
(pennukauun)

Baxno 1o, uto ctpykrypa JIHK, oTkpsiTas Yorconom u Kprukom, MHOTOE MpOsSICHUTIA OTHO-
CUTENIbHO Pa3HbIX MEXaHMW3MOB (DYHKIIMOHHUPOBaHUA 3TOW Monekysbl B kieTke. JJHK He Tonbko
KOJMPYET TeHETUYECKYI0 HH(POPMAIIHIO, HO M CAMOBOCIIPOU3BOAUTCS (yABAUBAETCS) MIPU KAXKIOM
KJIETOYHOM JienieHuu. M Bckope yxe ObLI0 SKCIIEPUMEHTANBHO YCTAHOBICHO, YTO OTHOBPEMEHHO C
nenenueM kietku JJHK caumaet ¢ camoii ceOst TOuHbIE KOTIMHU B MPOLIECCE YIBOEHUs1, LU PenJiu-
Kanuu. Bo BpeMs KJI€TOYHOTO JieJeHHsI Ca0ble CBSI3U MEXKIY JBYyMsI LEMSMU JBOMHOMN criupaiu
JIHK paspymiatorcs, B pe3ybTaTe Yero HUTU pa3eNaioTcs. 3aTeM Ha KaXJI0i U3 HUX CTPOUTCS
BTOpas «aouepHssh» (komruiementapHas) ens JJHK. B pesynsrare storo monekyna JJHK ynpau-
BAeTCs, KaK U KJIETKa, U B 00euX KJIeTKax oka3biBaeTcs 1o omaHoi monHoi kormmu JIHK. Komuun
JOTHKHBI OBITH MOJHOCTHIO UACHTUYHBIMU, YTOOBI COXPAaHUTh BCIO T€HETHUECKYIO0 HH(OPMAIIHIO.

[Ipouecc perukanyy UrpaeT KIKUYEBYIO POJIb B COXPAHEHUH OJTHOM U TOM K€ TeHETUYEeCKON
uHGbOpMAINH B Pa3HBIX KIETKaX, 00pa3yIoINXCs IPU UX JesieHnu. B 00111eM Bujie Xyq0:KeCTBEHHO
OH n300paxeH Ha puc. 5. OIHAKO peallbHble MEXaHU3MbI PEIUIUKAIIMH JOBOJIBHO CIOXKHBI, U J0
HACTOSIIETO BPEMEHHU €11le He BCE TOHKHUE JIETaI 3TOTO MPOIECCa U3BECTHBI, 0COOCHHO MPUMEHHU-
TEJIHHO K TEHOMAaM BBICIIHMX KUBOTHBIX OPTaHU3MOB, BKJIIOUasl YEIOBEKa.
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Puc. 5. Cxema pernkanuun JIHK

B o61iem Buze 3TOT npoliecc BRIVISAUT ciieayromuM odpa3oM. B kaxaoit xpomocome JTHK
yABaMBacTCs HE C Hayaja 10 KOHIA, a OTAEIbHBIMU KycKaMu (perminkoHamu). CpegHuil pasmep
perukoHa cocrapisieT okonno 30 MkM. TeMm caMbIM B COCTaBE T€HOMA YEJIOBEKA JOKHO BCTpe-
yatbes 0onee 50 000 permukoHoB, yuacTkoB JIHK, koTopble CHHTE3UPYIOTCS B Ape KaK HE3aBH-
cumble equHuIbL. W 3T0 nMeeT cBoil rybokuii cmbici. Ecnu Obl kaxknas u3 monekyn JJHK ynsa-
MBajach Kak OJMH PEIUIMKOH OT Hayalsla 10 KOHIIA MOJIEKYJIbI, TO IPHU CKOpOocTH cuHTe3a 0,5 MKM
B MUHYTY (2 OHa UMEHHO TaKOBa y 4eJIOBEKa) YABOCHHE MEPBOM XPOMOCOMBI, UMEIOLIEH IITHHY
JIHK oxomno 7 cm, 3anumano 661 140 000 MunyT, mnm okoso Tpex Mmecsues. Ha camom nene 6maro-
Japsi NOJMPEIUIMKOHHOMY cTpoeHuto moiekyl /JIHK Bech nponecc 3anumaer Bcero 7—12 gacos.
OTtnenbHBIE OTHOCUTENBHO KOPOTKHUE PEIUTUKOHBI COSTUHSIOTCS PYT € IPYyTroM, oOecreunBasi 3STuM
rporecc BocnpousBeaeHus ueno monexyinsl JJHK.

lNepe3anucb reHeTUYECKOro TeKcTa
U nepeBoa B 6eNKOBbLIN TEKCT
(TpaHCcKpUNUKMA N TpaHcnAUuKUA)

B knetke /ITHK ciy>xut B kauecTBe MaTpHILIbl, HA KOTOPOI MEpBOHAYAILHO POUCXOUT CUH-
te3 pasabix PHK. TIponecc nepesanucu renernueckoit mapopmanmu n3 JJHK B PHKoBsIif Teker
MIOJTy4nJI Ha3BaHUE TPAHCKPHUIIHUA. DTOT nporecc, kak u perukanus JJHK, ocymectsisercs B
spax KieTok. [lepBoHadanbHO Ha TeHaX, KOJUPYIOMuX O0enku, oopasytorcs PHK-mpenmecTsen-
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HUKH, KOTOPBIE MOCIIE psifa MOAU(DUKAIINI peBpamaTcs B Tak Ha3zbiBaeMble MaTpudabie PHK
(MPHK). OHu—T0 HENOCPEACTBEHHO U CITy’KaT MaTpuLel Julsl CUHTE3a OEJIKOB, TO €CTh UX KOJAU-
pytot. YcranosneHo, yro MPHK cmyxar He tonbko Hocurensmu JJHKoBoit mapopmanmu, HO H
MEPEHOCUYMKAMH 3TOH MHPOpPMAIMK U3 sSapa B IUTOIUIa3My KieTkd. Tonbko Tam MPHK moxer
WTPATh POJIb MAaTPHIIBI IJIs1 CHHTE3a OCITKOBBIX MOJICKYJ (3TOT MpoIlecCc Ha3BaH TPaHcasinuei). B
UTOIUIa3ME Ha CHEIU(PHUECKUX «MAIIMHAX» — PUOOCOMAaX — OCYIIECTBIISICTCS TP TPAHCIISIIH
MPHK cuHTEe3 Monekynsl Oenka, T. €. IPOUCXOAMT TEePEeBOA MHPOPMAINH C YETHIPEXOYKBEHHOTO
si3pika MPHK Ha nBamarnOykBeHHBIH s3Ik Ocnka. CXeMaTHYeCKH ATOT Mpolece N300pakeH Ha
puc. 6.

B cepenunre 60—x rogoB ObuT c(hOpMyTUPOBAH OCHOBHOHM MOCTyJar (IIEHTpajabHAs JOrMa)
HOBOH HayK{ — MOJIEKYJISIPHOW OMOJIOTHH, KOTOPBI EPBOHAYATIBHO BBITIISAIEI CIETYIOINUM 00pa-
30M:

JHK — PHK — Genoxk.

I panckpanuus

H\I'\c\\r‘\‘/\;\ PHK

I Iposccmnns
+ Tpaacnopt PHK 4

\ \ -\ -\ L MPHEK

Tpaneanums
Pwibocosm .
3 Pwiocowa
Ll
+ Puilocoma » o
Pacrymmi
nenTHA

rPHK

Cpopasmpanmne
NPpOUECTHHT W
TPAHCIONT

¢ TN THLA

bk

Puc. 6. Ilponiecc tpancnsamuun MPHK Ha pubocomax ¢ oOpazoBanuem Oenka. PuGocoma
UTpaeT posib «MAalIMHBD), YUTAIONIeH reHeTHuecKkyo nHpopmanutio, 3anucannyio B MPHK. Oto
MOJICKYJISIpHAsI MaIlluHa, TIOCTPOSHHAS 110 €IMHON CXeME Y BCEX OpPraHM3MOB (BKITIOUAs UEIIOBEKA)
¢ HeOobIMMU BapuanusiMu. OHa COCTOUT U3 ABYX pHOOHYKIeonpoTenaHbIX (coctosimux n3 PHK
u OenkoB) cyOuactuil: Manoi u Oonbinoi. Ha pubocome nmpoucxoaut B3aumopeiicteue MPHK ¢
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tpancnoptHbiMu PHK (TPHK), Hecynmu no ogHoit aMuHOKUCIOTE Kaxaas. benok cunresupy-
eTcsl myTeM 00pa3oBaHUs CBsI3el MeXay nociieaoBaTenbHo gocrasisiembiMu TPHK amunokucio-
TaMU. DTUM MPOLIECCOM «PYKOBOAUT» cama pudbocoma

[To3nHee 3TOT mocTynar ObUT yTOYHEH, M TENEepPh OH BBIIVISIIUT KaK

TpaHckpnnuuMAa TpaHcnauuAa

Pennukauusa ( JHK =—— pPHK ———» BEJIOK

ObpaTHan
TPaHCKpUNUMSA

CrnenanHoe 1ONOJIHEHHE BbI3BaHO 0OHapyxeHueM B 1970 roxy Takoro siBJeHMs, Kak 00par-
Hasl TPAHCKPHUIIIUSA. BpIICHWIOCH, UTO Y HEKOTOPBIX BUPYCOB, TEHETUUECKUH anmnapar KOTOPBIX
npencrasied PHK, a ne /IHK, xak y apyrux >kuBbIX OpraHU3MOB, UMEETCS CeLMaJIbHBINA (ep-
MEHT, KOTOPBII TTO3BOJISIET OCYIIECTBIISITh Takol oOpaTHbIN mporecc, kak cuHTe3 JJHK na PHK.
OT10T (hepMEHT MOTyUns Ha3BaHUE OOpaTHasi TPAHCKPUIITa3a, WM peBeprasa.

Kazanock Obl, Teneps y’ke Bce CTajo sICHO U OJIHO3HAYHO U 00Jiee HUYEro HE MOXKET U3Me-
HuThCs. Ho, kak mucan Mapk TBeH: «J3 )KM3HEHHOTO OIbITa CIEAYET U3BIEKATh TOJIBKO MOJIE3HOE
1 HU4ero OoJibliie, — MHa4€ Mbl yIOA00MMCSI KOILIKE, IIPUCEBIIEH Ha ropsuyto neuky. OHa HUKOTa
OoJbllle HE CAIET Ha ropsSuyro MEUKy — M XOPOILO CJIENAaeT, HO OHAa HUKOrAa Oojbllle He CANET U
Ha XOJIOZHYIO». Pl OTKPBITUI MOCIIEIHUX JIET MPOJOJIKAET BHOCUTh YTOYHEHMS B Ka3aBIIYHOCA
HE3BI0IEMOM IEHTPATBHYIO JOTMY MOJIEKYJISPHON OUOIOTHH.

Bo—nepBbIX, BBISICHHIIOCH, UTO LIEHTPaJIbHAs JOTMa MOJIEKYJIIPHON OMOJIOTHH MOCTYJIUPYET
JIMILB MYTh Nepeadl FreHeTUYeCKoW NHPOpMAIK OT HYKJIEMHOBBIX KUCIIOT K OeJIKaM H, cie/loBa-
TEJIbHO, K KOHKPETHBIM CBOMCTBAM UM MPU3HAKAM JKUBOT0 opranu3ma. OJJHaKo UcciieI0BaHUE Mexa-
HH3MOB peaju3alyy 3TOr0 MyTH HA MPOTSKEHUN HECKOJIBKUX JNECATHIICTUH, MOCIECA0BAaBIINX 3a
(hopMynTMpPOBKOI LIEHTPATBLHOM TOTMBI, BCKPBLIO Topas3nao Oomnee pazHnoobdpasusie ¢pynkimu PHK,
IIOMUMO U3BECTHBIX PAaHEE.

Bo-BTOpHIX, COMacHO MepBOHAYAILHON JTOTME, BCE HOCHUTENU MH(EKIIMOHHBIX OoJie3Hel
JOJOKHBI uMeTh reHetndeckuit marepuan — JIHK nnn PHK. Oka3anocsk, 4To u 31€ch ecTh HCKITIoUe-
Hus. B 1997 rony HobGeneBckas npemus 6bi1a BpyueHa Craninu [Ipy3nuHepy 3a OTKpbITHE OEITKOBBIX
MH(EKIMOHHBIX YaCTHI], BHI3bIBAIOIIMX TaKoe 3a00j1eBaHNe, KaK, HaIpuMep, O0JIE3HH «KOPOBBETO
OeleHCTBaY, WU [TOYeCyXHU. DTH YaCTUIbl ObUIM Ha3BaHbl NPHMOHAMHU. [IpoHUKas B KIETKY—X035-
VHA, NIPUOHBI «HABS3bIBAIOT» CBOIO OO0JIE3HETBOPHYIO KOH(OpMaluio (M3MEHEHHYIO IMpOCTpaH-
CTBEHHYIO CTPYKTYpY) HOpPMaJIbHbIM OeJIkaM—aHajioram, coJepaiumcs B kiaeTkax. [Ipu atom Hu
PHK, nu JIHK Hukak He yyacTBYIOT B pa3BUTHUHU 3a00s1eBaHMsl. IHBIMU Cl10BaMu, IPU IPUOHOBBIX
3a0o0neBaHusAX MHGOpPMAIUS MEPEeIaeTCcsl HE OT OHOM HYKJIEMHOBOM KHCJIOTHI K IPYrod HYKJIEH-
HOBOM KHCJIOTE, a OT Oesika K OEJIKy, 4TO B MCXOJHOM BapUaHTE LIEHTPAJIbHOM JOTMBI HE Mpey-
CMaTpPHUBAJIOCH.

OpHako Bce 3TH IONOTHEHUS B «IEHTPAIBHYIO JOTMY» MOJIEKYJISIPHOM OMOJIOrMH HE TIOBJIHU-
7M. IPUHIMIIMAIIBHO Ha €€ OO0IIyI0 3aKOHOMEPHOCTh. B 1IeHTpe BCero u BCsl CTOSAT U CTOUT TEH.
Ceroanst oH nepecrai ObITh YeM—TO TAMHCTBEHHBIM, CTaJl PeajbHbIM XHUMUYECKUM BELIECTBOM,
MOSIBUJIACh BO3MOYKHOCTB CYJIUTh O HEM TaK K€, KaK U 0 IPYTMX XUMUYECKUX COCANHEHUAX KUBBIX
OpPraHM3MOB, U3y4aTh C IOMOLIbIO TOCTYITHBIX T€HETHUKaM U OMOXUMHUKaM MeTO/10B. CTajio MOHAT-
HBIM, YTO TaKO€ FeHETUYECKUI KO/ M KaK peaju3yercs B KIeTKe Ta MH(OopMalus, KoTopas 3amu-
cana B JIHKoBom Tekcre. B pesynsrare storo B 1953 rony poaunach MosieKyssipHasi TeHETUKA —
pasnesn HayKH, KOTOPBIA 3aHsJICS JAeTalbHBIM M3yueHueM mporeccoB padbotsl JJHK B kietke Ha
MOJIEKYJISIPHOM YPOBHE.

PacumgpoBka xumMuyeckoi u npoctpaHcTBeHHOM cTpykTypbl JIHK — HocuTens reneruye-
cKoil HpOpMaIIUK — OIICHEHA BO BCEM MHpPE KaK OJTHO M3 HanOoJiee BBIJAIONIUXCS OTKPBITHIT XX
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BeKa. [ €eHOM CTOHT B LIEHTpE BCeX OMOIOTHUECKHX MPOOIEeM, BCEX CBOMCTB M CIIOCOOHOCTEH Yerno-
BEKa, BCET0 pa3HOOOpa3ms uenoBeka. Temepsb 310 yxe akcrnoma. Kak roBopun Koszpma [IpyTKoB:
«MHorue oy momoOHBI KobacaM: YeM MX HAYHMHAT, TO U HOCAT B cebe». Tak BOT, MBI «HAYH-
Hens» JIHK, Hocum ee B cebe, a OHa—TO, TIIABHBIM 00pa3oM, B OIpe/eIIieT MHOTOE B HAC.
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ANMMHHAA NCTOPUA CO CHACTIINBbLIM KOHLIOM

CHauana neus0excHo udym. Mulciib, (panmasus, CKas3Kd.

3a numu wecmayem nayuHulii paciem.

H yorce, 6 KOHYe KOHYOB, UCNONHEHUE BeHYAEH MbICTb.
K. 3. Huonkoeckuii

Hauano — nonosuna yenozo.
Hughazop

[Hocne otkpeitus crpykrypsl IHK u pacumgpoBku coneprkalierocst B Hell FTeHETUYECKOrO
KOJIa Cpa3y K€ HA4YaJCs CJIEIYIOIMI BaXKHBIN 3Tall — U3y4YEHHE OPraHU3aluu LeNbIX TeHOMOB. Ho
JI0 PSIMOTO OIPEAEIEHUS BCEX HYKIEOTUIHBIX MTOCIEA0BATENBHOCTEN ruranTckux Mmojekyn JJHK
ObLI0 elle oueHb najneko. [leno B ToM, uyto B 60—X 1 Hauyane 70—X rooB MpPOIIEIIIETO CTOJIETUS
TEXHUYECKHE BO3MOKHOCTH M METOINYECKHIE OAXObI K MCCIIEOBAHUSAM CTOJb OONBIINX OHOIIO-
TMYECKUX MOJIEKYN ObUIM €llle BeCbMa HecOBEpIIeHHbI. OHAKO SHTY3Ma3M yYEHBIX MOCJE yCTa-
HOBJICHUSI OCHOBHBIX 0coOeHHocTel cTpykTypsl JJHK ObL1 OrpoMHBIM, M Ha 3Ty IIaBHYIO MOJIE-
KyJly KU3HH HaBaJIWJIMCh CO BCEX BOBMOXKHBIX CTOPOH MHOIOYMCIIEHHBIE CIIEIHAIINCTHI, UCIIOJIb3YS
BCE€ JJOCTYIIHBIC HA TO BPEMsI METO/IBI U CPEICTBA.

XpomMocombl JaloT nepBble CBeAeHUA O CTPYKType reHoma

Beitie ye roBopuiiocs, uto B siape kinetku moaekyisl JJHK pacnonoxeHsl B 0COOBIX CTPYK-
Typax, MOJyYHMBIIUX Ha3BaHUE XpPOMoOcoMbl. VX mccnenoBanue Hauyanoch eme cBoime 100 met
Ha3aJ] C TOMOIIbIO OOBIYHOTO CBETOBOTO MUKpOCKOMA. Yke K KoHIly XIX Beka BBIICHHIOCH KOe—
YTO O MOBEJCHUN XPOMOCOM B MIPOLIECCe IeJICHHsI KJIETOK M BHICKA3bIBAIACh MBICIIb 00 X Y4acTUU
B Iiepeaye HaCIeICTBEHHOCTH.

XpOMOCOMBI CTAaHOBATCS BUJUMBIMU B MHUKPOCKOIIE MPHU JACICHUHN KICTKH Ha OMpPEIeseH-
HOM CTauu KJICTOYHOTO IIUKJIa, Ha3bIBAEMO MHUTO30M. XpPOMOCOMBI B 3TOM COCTOSIHUU MPEICTaB-
JSIIOT cO00M KOMMAKTHBIE MATOYKOBUAHBIE CTPYKTYPBI Pa3HOM IJIIMHBI C JOBOJBHO MOCTOSHHON
TOJIIMHOM, Y OONbIIIEH YacTH XPOMOCOM MMEETCS MepeTsKKa, KoTopasi AeTUT XPOMOCOMY Ha JiBa
wieda. B o6nacTu mepeTsKKM pacrosioskeHa BaxKHasl AJIs YABOSHHSI XPOMOCOM CTPYKTypa, Ha3bl-
BaeMas HeHTpoMepoii. [Ipu neneHnn KIeTKu B XO/I€ MUTO3a MPOUCXOAUT YABOCHUE YUCIA XPO-
MOCOM, B Pe3yJIbTaTe KOTOPOTo 00€ BHOBb 00PA3yIOIIUECS KIETKH B KOHEUHOM UTOTre 00ecednBa-
IOTCSL OTHUM U T€M K€ CTaHAAPTHBIM HAOOPOM XPOMOCOM.

Jlnms B 1956 1. BriepBeie 0. Tuo u A. JleBaH omucany XpoMOCOMHBII HabOp yenoBeka,
OTIpEICTTIIN KOJMYECTBEHHBIM COCTaB XPOMOCOM U JTATH UX OOIIYI0 MOP(OIOTHYECKYIO0 Xapak-
Tepuctuky. [lo cyTu nena 3t pabGoOThI ¥ OJOKHIINA HAYANI0 U3YUEHHUIO CTPYKTYPhI TeHOMA Yello-
BeKa. Y uesoBeKa B KOXKJIOM KIIETKe Tesa coaepkuTcs 46 XxpoMocoM, (pU3ndecKue JUIMHBI KOTOPBIX
HaxomaTcs B mpenenax ot 1,5 no 10 mxwm (puc. 7).
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Puc. 7. Buja noa MUKpOCKOIIOM ITOJIHOTO HA00pa XpOMOCOM, COJEPIKALIMXCS B SIAPE Kax10H
OT/IEJIbHOM KJIETKU Y€JIOBEKA

HanomuuMm yutarento, yTo Habop XpOMOCOM BO BCEX KJIETKaX YeJIOBeKa (3a UCKIIOYEHUEM
II0JIOBBIX) HA3bIBAKOT JUILUIOMIHBIM (ABOWHBIM), IOCKOJBKY Ka)KJasi U3 XpOMOCOM IIPEJCTaBJIEHA
nByMs KorusiMu (Bcero 23 mapsl). Kaxnas comatudeckasi KIeTka 4elloBeka (KpoMe KpacHbBIX Kpo-
BSIHBIX KJIETOK KPOBH) COJIEPKHT MO 2 MOJIHBIX Habopa XpoMOocoM. B KakaoM eqMHUYHOM (Taruio-
UIHOM) HabOpe MPUCYTCTBYET 23 XPOMOCOMBI — 22 00BIYHbBIE XPOMOCOMBI (2yTOCOMBI) U IO O/THOM
110J10Bo# Xpomocome — X uiH Y. Takum 00pa3om, reHOM Ka)kJI0T0 KOHKPETHOT'O YeJI0BEKa COCTOUT
n3 23 nap rurantckux monekyn JIHK, pacrpeneneHHbIX B pa3HbIX XPOMOCOMAX, a €CJIM TOBOPUTH
0 TeHOME YeJIOBeKa BOOOIIe (MY>KUMH U JKEHILUH), TO 00IIee YHCIO TAKMX MOJIEKYI paBHO 24. 310
nepBoe 0a30Boe CBeJIEHHE, KOTOPOE ObLIO MOTYYEHO O TEHOME YesIOBEeKa MPU aHAJIN3€ XPOMOCOM.

Nzyuenue ctpoenus (pazmepa u (opMbl) XpOMOCOM UYEJIOBEKA [TOKA3aJI0, YTO OOIBITUHCTBO
13 HUX I10 BHEIIHEMY BHJly HAIIOMMHAIOT KEIVIM, COCTOSIIIIME U3 JBYX TOJICTBIX YacTel (Xpomarum)
Y TOHKOW MEPETSKKH (LIEHTPOMEPHI) MEX Ty HUMU. CXOJICTBO € KEIVISIMH, a HE C TAaHTEJISIMH 3aKJIIO-
4aeTcsl B TOM, YTO LIEHTPOMEPA Yallle BCEr0 PacIookKeHa HE B LIEHTPE XPOMOCOMBI, & CMEILEHA K
OJJTHOMY U3 €€ KOHIIOB. Pa3mMepbl XpoMOCOM CHUIIBHO BapbUPYIOT, CaMasi KOPOTKasi XpOMOCOMa IIPHU-
MEPHO B JIECATh Pa3 MEHBIIE, YEM camasi JJIMHHAsA. DTO BTOPOE NPUHILUIINAIBHO Ba)KHOE CBEICHNE
0 CTPYKTyp€ I'€HOMa 4elloBeKa — cocTaBiisttomue ero 24 monekyinsl JIHK nmeror pasuslii pa3mep.

Ecnu cpaBHMBATh 4KCIIO U pa3MeEpP XPOMOCOM Yy YEJIOBEKA U Y IPYTUX BUJOB OPraHU3MOB, TO
MOYKHO YBUJAETHh OrpoMHbIe ominuusi. Hampumep, y KOpoBbl, pa3Mep réHoMa KOTOPOW IPUMEPHO
paBeH TeHOMY 4esloBeKa, uMeercs 60 nmap XpoMocoM. Y IINOPLEBOM JISTYIIKH COAEPKUTCS BCETO
18 xpoMocoMm, HO 1axe caMble MAJIEHbKHE U3 HUX OOJIbIIIE, YEM CaMble KPYITHbIE XPOMOCOMBI YeJI0-
BeKa. Y NTuly, Ha000poT, Yucao XpomocoM aocturaet 40 u 6oiee ¥ Bce OHU OYE€Hb HEOOJIbIINE 1O
pa3mepam. Takum oOpa3om, pazHOOOpa3re XpOMOCOM B IPUPOJIE BECbMa BEJIUKO.

C nmoMoIIpI0 CBETOBOW MUKPOCKOIIUHU OBUTH OIpeesieHbl pa3Mepbl BCEX XPOMOCOM Yello-
BEKa. 3aTeM Bce HEIOJIOBBIE XPOMOCOMBI ObUIH IIPOHYMEPOBAHBI IO YMEHBILICHHIO pa3Mepa — oT 1
10 22. [TonoBbIM XpoMOCOMaM He IPUCBOMIM HOMED, a Ha3Bainu X U Y. Kak noka3zanu 6onee Tou-
HbIE TIOCIIEAYIOLIUE UCCIIEN0BaHNUsA, XpoMocoMa 21 peanbHO OKazanach 4YyTh MEHbIIE 22, OTHAKO
HYMEpPALUIO XPOMOCOM HE U3MEHHIIU (YTOOBI HE BHOCUTD ITyTaHUILy). Pa3nuune B XpOMOCOMHBIX
Habopax MEeXAy MYKXUYUHAMH U KESHITUHAMHU COCTOUT B TOM, UTO Y )KEHIIIMH UMEIOTCSI JIBE MIOJIOBbIE
X—XpOMOCOMBHI (T. €. XpOMOCOMBI BO BCEX 23—X Iapax OJMHAKOBBI), & Y MYXUHUH I1apy ¢ X—XpOMO-
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COMOI1 00pa3yeT My>KcKasl 1osioBasi XxpoMocoma — Y. Kaxx1yro XpoMocoMy MOXHO paccMaTpHUBaTh
KaK OT/AEJIbHBIA TOM OOJIBIIOrO JBAALIATUYETHIPEXTOMHOIO COOpaHMs COUYMHEHUH M0J] HA3BaHUEM
DHUUKIIONEUS YeJI0BEeKa.

[TonoBbIEe KIETKM YEIOBEKA, B OTIIMUME OT KJIETOK TeJjla B3POCIOro opraHu3Ma (comaruye-
CKHUX KJIETOK), comepxar He 2 Habopa romoB [IHKo—Boro Tekcra, a Bcero iumb oauH. [lepern 3a4a-
TUEM KaXKaasl OTAeNIbHAs XpoMocoMa (OTAENbHbIN TOM B DHUUKIIONEINH YEJI0BEKa) CIIepMaTo30-
Ua OTLA U SIMLEKJIETKH MaTepu COCTOST M3 CMEIIAHHBIX B Pa3HOM COYETAHUU PA3JIMYHBIX IJIaB
JIHKoBoro TekcTa ux poaureseii. JIrodas u3 XpoMocoMm, IoJTydeHHasi HaMU OT OTIia, 00pa3oBayiach
B €r0 CEeMEHHUKaX HEe3aJI0JIro JI0 TOTO, KaK MbI ObLIH 3a4arhl. Panee, 3a BCIO UCTOPUIO YeTIOBEYE-
CTBa, TOYHO TaKasi XpOMOCOMa HUKOTJa He cyniecTBoBasia. OHa Obuta c(hopMHpOBaHa B Ipoliecce
CIIy4aiiHOTo MepeMeIInBaHus, IPOUCXOSIIEro IPU JEJIEHNH, IOCTENEHHO 00pa3ysch U3 00beau-
HSIOLUXCS JIPYT C IPYT'OM y4acTKOB XPOMOCOM IPEIKOB CO CTOPOHBI OTHA. Taxke 00CTOUT 1eo u
C XpOMOCOMaMHU SIMLIEKJIETOK, 3a UCKIIFOYEHUEM TOTO, YTO OHU (POPMUPYIOTCS B OPraHu3Me Halen
MaTepu 3aJ0JIro JI0 HAIIEro poXKAeHUs (MIOUTH cpasy MOCIIe POXKIECHUS caMOl MaTepu).

B 3urore, oOpasyroieiicsi B pe3ysbTare CIUsSHUS CIEPMATO30Ua U SIMIIEKJIETKU, MaTEPUH-
CKHE€ U OTLIOBCKHE I'€Hbl CMEIINBAIOTCSA U MEPETACOBBIBAIOTCS B PAa3HBbIX COYETAHUAX. ITO IMPO-
UCXOIUT B PE3yJbTaTe TOTO, YTO XPOMOCOMBI HE OCTAIOTCS HEM3MEHHBIMU B MOKOJIEHUSX — OHU
BCTYIIAIOT BO B3aUMOJICHICTBUE CO CBOEH CITydyallHO BCTPEUEHHOM Mapoii, 0OMEHUBAsACH C HEMl MaTe-
puanom. Takoil MOCTOSHHO MAYIIMK Mpoliecc NMOAy4yus HazBaHuEe pexkoMOuHanum. U crenyro-
IIEMY [TOKOJIEHHUIO YacTO JIOCTAeTCs yKe IMOpHAHas XpoOMOCOMa — 4acThb OT AEIYIIKH M 4acThb
oT 6a0ymku. /lanee B psiy MOKOJIEHUM ITyTH T€HOB MOCTOSIHHO MEPECEKAI0TCs U pacxonsarcs. B
pe3yiabTare CAUSHUS YHUKAJIbHOM SAHIEKJIETKU ¢ YHUKAJIbHBIM CIIEPMATO30UI0M U BO3HUKAET YHU-
KQJIbHBIN BO BCEX OTHOLIEHUAX F'€HOM. M B 3TOM CMBICII€ BCE Mbl YHUKYMbI. KaxK1p1i1 4e0BeueCKHil
WHIMBUJ XPAHUT YHUKAIBHYIO TEHETHYECKYIO HH(DOPMAIIHIO, COCTOSIIYIO U3 CIIy9aifHOH KOMOH-
HAI[MH Pa3HbIX BApUAHTOB T'€HOB.

OTnenbHBIA TeH MOXKHO paccMaTpuBaTh Kak €IMHUILY, MPOJOJIKAIOILYIO CYLIECTBOBAThH B
psAly MHOTOYHUCIICHHBIX TTOKoJIeHuM. 1 B 3TOM cmbicie ren 6eccmepten! CyliecTByeT gaxke Takas
OpUTHHAJbHAS TOUKA 3PEHUS, YTO HE CAMH JIFOI, @ UX T€HBI TIPABSIT MUPOM, a KXKIbIF KOHKPETHBIN
KHBOW OPTaHU3M CITY’)KUT JIMIIb BPEMEHHBIM MPUOCKHUILEM Il HUX. DTa He OeccriopHasi MbICIb
npuHauie)kuT Puuapny JlokuH3Y, aBTOpy KHMIM «OTOUCTUYHBIN reH». Ilo ero MHEHHIO, reHbl
NPaKTUIECKH O€CCMEPTHBI B OTIIMYHE OT )KUBBIX OPraHU3MOB, B KOTOPBIX OHH CYIIeCTBYIOT. Heko-
TOPBIM T'€HaM JIECATKU U Aa’Ke COTHU MUJUITMOHOB JIET. | €Hbl, 0Ib3ysch TepMUHOIOrHel JlokuH3a,
JIEA0T BCE BO3MOXKHOE, UTOOBI BRIKUTH. [IpricrocabmuBaroTCs K xape U XO0J0/y, BeiOupas cede
MECTEUKO IMOJTyUllIe, MUTPUPYIOT C MOMOUIbIO YEJIOBEKA U BCTYAIOT B HOBblE KOMOMHaIK. Yemo-
BEK OKa3aJICsl JOBOJIbHO HEMOCE/UINBBIM XO3SMHOM. 3a THICSIUYM JIET OH CHJIBHO MCKOJIECUT MUp,
pacrpocTpaHss CBO€ IPUCYTCTBHE, BIUSHUE M CBOIO HAuMHKY — reHbl. (IlogpobHee ¢ naesmu u
aprymenTanuei P. JloknH3a 110003HaTeIbHBIN YUTATENIb MOXKET O3HAKOMUTHCS B [lpuJioxennu 1
). Takas Touka 3peHus gajieko He OeccropHa, ¥ U3 1ajJbHEHNILIEro U3JI0KeHUs] HaM CTaHET MOHSATHO,
YTO T'€Hbl — 3TO B MEPBYIO OYEPENlb HE STOUCTHI, @ TPYAOTOIMKHU. IMEIOTCS TeHbl — «CTOpOoXkKa»
TE€HOMA, TeHBI — «JIBOPHUKIY, TEHBI — «TIOBapa» U T€HbI — «JIOMOoynpaBuTen». OdecneunBas CBOe
CYLIECTBOBaHME, OHU 00ECIIEUNBAIOT U CYLIECTBOBAHUE HAC.

Cpazy nocre 3adarus OyayIiuil 4eIoBeK MpecTaBiIseT co00 BCEro OHY KIETKY (3UroTy),
Ha/ieNeHHY0 onHOM ncxonuou JIHKoBoi 6ubnmorekoid, conepxkanieit 46 TomoB. Cpemu 46 TOMOB
Bcerna 23 moiydeHsl OT OTla, a Apyrue 23 — ot marepu. TeKcThl 23 OTIOBCKHUX U 23 MaTepUHCKHUX
TOMOB XOTSl 1 OU€Hb CXO/IHBI B 1I€JIOM, TEM HE MEHEE OTIIMYAIOTCs B eTansx. Hanpumep, B oTHOB-
ckoM Tome N 18 Ha cTpanuiie 253 CylecTByeT npeiokeHrue—TpeAnucanue (B BUIE T'eHa), B KOTO-
POM CKa3aHo, 4TO I71a3a y peOeHKa JOIDKHBI OBITh KAPUMH, @ B 3TOM K€ MaTEpUHCKOM TOME Ha TOH
K€ CTPaHHUIIE TOKE HAIMKMCAHO O I[BETE IV1a3, HO COIIACHO ATOMY TEKCTY LIBET JIOJDKEH OBITh TOITy-
obiMu. [lepBoe ykazanue 60s1ee cTporoe (JOMUHUPYIOIIEE), YeM BTOPOE, U B pe3yibTare y peOeHKa
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1a3a OyIyT UMETh KapHii IIBeT. [ €H, KOTOPBIil AUKTYET CBOM IpaBa, Ha3bIBAIOT JOMUHHUPYIOLINM, a
TOT, KOTOPBIN YCTYIIAeT CBOM IPaBa, — PEIleCCUBHBIM. [ 0y00# 1IBET I1a3 UMEIOT TOJIBKO Te JFO/IH,
Yy KOTOPBIX U B MATEPUHCKOM, U B OTIIOBCKOM TEKCTE CONEPKATCS PELICCCUBHBIE I'€HBbI, B KOTOPBIX
€CTh yKa3aHH€ Ha roiay0orna3ocTh. 3aTeM 3Urora JeIUTCs Ha JABE KJIETKH, KaX/aas U3 HUX BHOBb
JIEITUTCSI ¥ TAK JI0 TIOSIBJIICHUS] MIJIJTHAP/I0B KJIETOK. CXeMaTH4eCcKH Mpoece AeNEeHHs KIETOK H300-
paxkeH Ha puc. 8.

[Tpu kax10M NIeNIeHUH KIIETKU copeprkamnmecs B Oudimmorekax roma JIHKoBoro Tekcra TouHo
KOIIUPYIOTCS, IPUYEM IIPAaKTU4ecKH 0e3 ommnbok. OpraHusM B3pOCIIOro YelI0BEKa COCTOUT B CPel-

HEM U3 1014 KJICTOK. Haan/IMep, B T'OJIOBHOM MO3I'C U INCUCHU HACYUTHIBACTCA IMPUMCPHO 1O 10
MIJIPA. KJICTOK, B HMMYHHOﬁ cucteme — 300 MIIpA. KJICTOK. B Tedenue Bcell )KU3HM YEJI0BEKA B €TI0

OpraHu3Me MPOUcXoauT okoio 10 16 knetounsix nenenuit. KiieTouHslit cOCTaB MHOIHX OpraHoB 3a
70 net xu3HU OOHOBIIAETCA HECKOJBKO pa3. M kaxkaas U3 3TUX KIETOK CONEP>KUT OJHU U TE Ke
46 TomoB JIHKoBoro Tekcra.

B kon1me 60—x rogo XX Beka ObLT OCYIIECTBIICH BaXKHBIN MPOPHIB B UCCIIEAOBAHUH XPOMO-
coM. OOyCIIOBJIEH OH OBLJI BCErO JIUIIB TEM, UTO JIJISl UX OKPACKU CTaJIM UCIOIb30BATh CIICIIUATbHOE
KOHTPACTHOE BEIIECTBO — AKPUXUH—UIIPUT, a 3aTE€M U JIPYTHe CXOAHbIE ¢ HUM coeuHeHus. Takas
OKpacKa MO3BOJIMIIA BBIIBUTH BHYTPH XPOMOCOM OOJIBIIIOE YUCIIO Pa3HBIX CYOCTPYKTYp, KOTOpbIE
HE 00Hapy>KUBAJIKNCh MO MUKPOCKOIIOM 0e3 okpaiuBanus. [locie okpammBanus XpoMOCOM crie-
muduyeckuM KpacuteneM ['mm3a—PoMaHOBCKOrO OHU BBIIVISIAAT Kak 3€0pbl: BAOJb BCEH NITMHBI
BUJHBI TIONIEPEYHBIE CBETIIBIE U TEMHBIE MOJI0CHI, UMEIOIINE OKPACKY Pa3HOM MHTEHCUBHOCTHU. DTH
MOJIOCHI OJYYHJIA HA3BaHHUE XPOMOCOM

Paznenenne Jdeaenne
XPOMOCOM *b, '\ KJIeTKH
(MHTO3) E (UMTOKHHES)

) |

Yisoenune xpoMocom
(aynamKanms)

Puc. 8. OcnoBHbIC CTaAU KJICTOUYHOT'O UKJIa, HPUBOAAIICTO K ACIICHUIO KIICTKU
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HbIX G — cermeHTOB WM nosoc (puc. 9). Kapruna cerMeHTalum CHIIbHO OTIIMYAETCS Y pas-
HBIX XpOMOCOM, HO PACIIOJIOKEHUE XPOMOCOMHBIX CETMEHTOB IIOCTOSIHHO Y KaX/10M 13 XpOMOCOM
BO BCEX THUIAX KJIETOK YEJIOBEKA.

[Ipupona nosoc, BBIABISIEMBIX IPU OKpacke, 0 KOHIA enie He sicHa. Celiyac yCTaHOBJIEHO
TOJIBKO, YTO YYaCTKH XPOMOCOM, COOTBETCTBYIOILME TEMHBIM IOJ0caM (Ha3BaHHbIE R — moo-
CaMH), pEeTUTHIHPYIOTCS PaHbIIIe, YeM CBETIIbIe yyacTku (HazBaHHbIE G — mojocamu). Takum oOpa-
30M, MOJIO—CATOCTh XPOMOCOM CKOPEE BCETr0 BCE K€ MMEET HEKHM 10 KOHLA €IIE HE MOHSTHIN
CMBICII.

OxpammBaHre XpoMOCOM OYE€HBb OOJIETYIIIO UX UICHTH(PHUKALINIO, a B TATbHEHIIIEM CIIOCO0-
CTBOBAJIO ONPEAEIIEHUIO PACIIOIOXKEHHSI HA HUX F€HOB (KapTUPOBAHUIO I€HOB). XOTs JIeTaJbHbIE
MIPOLIECCHI, TPOUCXOIS

3 .
2 3 -
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5 |
— i | 1 |
| ! I
| -
1 I_ 1 - i i
g |2 2 2 — [
- 2 - 2
3 — - -
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g |2 = 2 R — i
4 N = 2
3 - 3 ! - 1
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L) k1] 21 2 ¥ ) X

Puc. 9. Crnenmuduueckue XxpoMocoMHble G — CETMEHTBI, BBISIBIISIEMBIE TIPU OKPACKE XPOMO-
COM Y€eJIOBEKa, U CUCTeMa UX 0003HAUEHMs COIVIACHO PEIICHUIO MEXTyHAapOIHOH KOH(pEepeHIUN B
[Mapuxe B 1971 roxy. Lludpamu mox xpomocomaMu yka3aHbl UX HOMepa. X U Y —IIOJIOBBIE XPO-
MOCOMBI, p — KOPOTKO€ IIJIEY0, ( — JUIMHHOE IIEY0 XPOMOCOM
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M€ NPU OKPALIMBAaHUU, €€ HE 10 KOHIA SICHBI, OYEBUHO, YTO KAPTHHA OKPACKHU 3aBUCUT
OT TAaKOIo MapameTpa, KaK yBEJIMYEHHOE WM YMEHBIIEHHOE CO/IEpP)KaHNE B OTIENbHBIX MOJ0CcaxX
xpomocoMm AT—wnu ['l-map. 1 3To emnie onHo o01iee cBeeHnE O TEHOME — OH HE OJIHOPOZICH, B
HEM €CTb pallOHbI, 00OTallleHHbIE ONPEAEIEHHBIMU NTapaMH HYKJIEOTHI0B.

3T0, B YaCTHOCTHU, MOXKET OBITh CBSA3aHO C MOBTOPSEMOCTbIO HEKOTOPBIX TUIIOB HYKJICOTH/I-
HbIX nocnenoBarenbHocTed JIHK B onpeneneHHbIx paiioHax.

JuddepennnanpHas OKpacka XpOMOCOM HalLIa ITUPOKOE MPUMEHEHHE ISl BBISBICHHS
U WICHTH(PHUKAINU HEOONbIINX HHIUBUAYAIBHBIX M3MEHEHHH T€HOMa KOHKPETHOTO YelIOBEKa
(mosiumop¢u3ma), B 4aCTHOCTH, MPHUBOASIIMX K Pa3lWyHbIM mnartojorusMm. IIpumepom stomy
MOXET CITy’)KUTh OOHapYyXKEHHE TaK Ha3bIBaeMoil (pusanenbpuiickoit XpOMOCOMBI, BCTPEYaIOLIeHCs
y OOJBHBIX C XPOHUYECKUM MUEJIOUIHBIM JIEHKO30M. C MOMOIIbIO0 OKPACKH XPOMOCOM YCTaHOB-
JICHO, YTO Y MAllMEHTOB C ATUM 3a00JIEBAaHHEM OTIPEICIICHHBIN ()parMEeHT NCUE3aeT Ha XPOMOCOME
21 u mosiBIIIeTCS HAa KOHIIE JJIMHHOTO TUIeYa XpOMOCOMBI 9 (TepeHoc (hparMeHTa Uil TPAHCJI0Ka-
uMs, cokpanieHHo t). [eHeTnku 0003Ha4ar0T Takoe coobiThe Kak t (9; 21). Takum oOpa3zom, Xpomo-
COMHBI aHAJIN3 CBUIETENILCTBYET O TOM, UTO pa3Hbie MoJeKyi bl JIHK MoryT oOMeHuBaTbCst MEXTY
co00i1 OTIEIbHBIMU y4aCTKaMH, B PE3YJIBTAaTEe YEro B T€HOME 0OpaszylOTCsl «TMOPUIBI», COCTOA-
mue u3 mosekyn JIHK pa3Hbix xpomocoMm. AHanu3 y»ke U3y4eHHBIX CBONCTB XpPOMOCOM MO3BOIHII
c(hOopMHPOBATH MPEACTABICHUE O MOTMMOP(PHU3ME TeHOMA YEIIOBEKA.

Jlis BBISICHEHHS JIOKAJIM3alUU OTIENbHBIX T'€HOB Ha XpoMocoMax (TO €CcTb KapTHpOBa-
HUS TEHOB) HCIOJIB3YIOT LENbIM apceHall ClielnaIbHbIX 3a4aCTy0 BECbMA CIIOKHBIX 10 3aMbICITY
U UCHOJHEHHIO MeToAoB. OJUH U3 OCHOBHBIX — MOJEKYJsipHas rudpuausanus (oOpa3oBaHue
rudpuaa) reHa uin ero (parmenra ¢ (pUKCHPOBAHHBIMHM Ha TBEPIOW MOMJIOKKE IMperapaTamMu
XpOMOCOM, BBIIEJICHHBIMU M3 KJIETOK B YHCTOM BHJE (3TO Ha3bIBAlOT TMOpUAM3ALMEN in Situ).
CyTtb MeTona rudpuan3aluy in Sifu 3aKI0YaeTCs BO B3aMMOAECUCTBUU (TMOPHUIN3ALNN) MEXIY
JeHaTypupoBaHHbIMU (pacruiereHHbIMU) HuTsAMU JIHK B XpomMocoMax M KOMIUIEMEHTapHBIMU
HYKJIEOTHIHBIMH MOCJIEIOBATEIBHOCTAMU JOOABICHHBIX K Ipenapary XpoMOCOM, UHIUBUAYab-
svbix ogHoHuTeBbIX JIHK mnm PHK (ux HaspBator 3onaamu). [Ipy Haau4uu KOMILJIEMEHTapHO-
CTH MEXIy onHOM u3 HuTer xpomocomuoi JIHK u 30H10M MeXay HUMU 00pa3yroTCs TOBOJIHHO
CTaOUJIbHBIE MOJIEKYJISIpHBIE THOPHIbL. 30H/IbI MAPKUPYIOT MPEIBAPUTENLHO C IIOMOIIBIO Pa3HbIX
METOK (paJInOaKTUBHBIX, (LIyOpEeCUEHTHBIX WK Ap.). Mecta oOpa3zoBaHusi THOPHIOB HA XPOMOCO-
Max BBISBJISIIOT IO MOJIOKEHUIO 3TUX METOK Ha Ipernaparax XpoMocoM. Tak, ele /10 MOsIBIECHUs
METOJOB F€HHOM HHKEeHepuHu U cekBeHupoBaHus JIHK BeisicHWIM, HampuMep, pacIioyioKEHUE B
T€HOME YEJIOBEKa T'€HOB, Koaupyromux oomnbimre u Manbsie pudbocomasie PHK (pPHK). I'ensl niep-
BBIX OKAa3aJIMCh JIOKAJIM30BAaHHBIMH B TISITH PA3HBIX XpoMocomax denoBeka (13, 14, 15, 21 u 22),
Toraa kak ocHoBHas Macca reHoB masioi pPHK (5S PHK) ckonmnenTpupoBana B oHOM MecTe Ha
JUIMHHOM I1JIe4Y€ XpOMOCOMBI 1.

[Ipumep kapTHHBI, TOTYyYaEMON NMPU THOPUAN3ALUYA MEUEHBIX (IIFOOPECLIEHTHBIM KpacHuTe-
JIEM T€HOB—30H/I0B, IPUBE/ICH HA pUC. 10 Ha IBETHOU BKJIICHKE.

33



B. 3. TapaHTtyn. «l'eHOM 4ernoBeka: QHUMKIONEONS, HAMUCAHHAsA YeTbipbMs ByKBaMm»

Puc. 10. TuGpunuzanus XpoMoCoM 4elOBeKa C T€éHaMHU-30H]IaMHU, MEUEHbIMH KPAacHBIM U
3eNieHbIM (prIroopeceHTHRIMU KpacuTenaMu. CTpelikaMy yKa3aHO pacloIoKEeHHE COOTBETCTBYIO-
IIMX F€HOB Ha KOHIAX JIByX Pa3HbIX XPOMOCOM (CITpaBa BBEPXY JIaHO yBEJIMYCHHE KapTUHBI THOPU-
JTU3YIOIIUXCSI XPOMOCOM).

['eHbl, pacnonoXeHHbIE HA OIHOI XpOMOCOME, ONPEAEISIOT KaK CLEIJICHHbIE (CBI3aHHbIC)
reHbl. Eciii reHbl pacnosioyeHbl Ha pa3HbIX XPOMOCOMax, OHU HACIEAYIOTCSl He3aBUCUMO (He3a-
BUcuMas cerperaius). Koraa ske reHbl HAX0IATCA Ha OAHOM U TOMH ke XpoMOCOMe (T. €. CIETICHBI),
OHHM HecrocOOHBI K HE3aBUCHUMOI1 cerperanuu. V3peaka B MOJOBBIX KIETKaX MOTYT MPOUCXOIUTH
pa3IuyYHble U3MEHEHUS XPOMOCOM B pe3yJibTare PeKOMOWHAIIMOHHBIX MTPOLIECCOB MEXTy TOMOJIO-
TUYHBIMH XpoMocoMaMu. OJIMH U3 TakuX MPOIIECCOB IMOJyYUJ Ha3BaHUE KPOCCHHIroBepa. M3—
3a KPOCCHHIOBEpa CLEIJICHHE MEXly TeHaMH OJJHOW TPYIIIbI HUKOT/Ia He OBIBAeT MOJIHBIM. YeM
OrKe pactoJIokKEeHbI IPYT K IPYTY CLEIJICHHbIE TeHbI, TEM MEHBIIIE BEPOSTHOCTh U3MEHEHHSI pac-
MOJIOKEHUSI TAKUX T€HOB Y JIeTeH 10 CpaBHEHUIO ¢ poauTesiMu. M3MepeHne 4acToTbl pekoMOu-
HaIMil (KpPOCCHHTOBEPA) UCIIONB3YETCS JIJIsl yCTAHOBICHUS JIMHEIHOTO MOPsAIKa FEHOB Ha XPOMO-
COMeE BHYTPH I'pYIIIbI CIEIUIeHUs. TakuM 00pazom, pu KapTUPOBAHUH XPOMOCOM IEepBOHAYATBHO
YCTaHABIIMBAIOT, HAXOJATCS JIM JaHHbIEC T€HBI B OIHOM U TOM e XpoMocoMme, 06e3 YTOUHEHHUs, B
kakoif uMeHHo. [locrne Toro, kak XoTst Obl OIMH U3 T€HOB TAHHOW I'PYMIIBI CLETIICHUS JTOKAIU3YIOT
B OIPEJICIICHHOM XpoMOocoMe (Harmpumep, C TOMOIIIbIO THOPUAM3AIINH in Sifu), CTAHOBUTCS SICHBIM,
YTO BCE APYTUE T€HBI ATON TPYIIIHI CLETIICHHS] HAXOAATCS B TOM e caMOi XpOMOCOME.

[TepBBIM IPUMEPOM CBSI3U TEHOB C OINPEIEICHHBIMU XPOMOCOMAaMH MOXKET CITY>KUTh OOHapY-
KEHHE CILICTITICHUS ONpeACICHHBIX HACIEAyEeMbIX MPU3HAKOB C MOJOBBIMU XpoMocoMaMu. UToObI
JT0Ka3aTh JIOKAIU3AIIMIO TeHa B MY>KCKOM MOJI0BOI Y — XpoMOCOoMe, 10CTaTOYHO NOKa3aTh, YTO JaH-
HBII MPU3HAK BCErJa BCTPEYAETCs TONBKO Y MY>KYUH U HUKOTAAa He OOHAPYKUBAETCA Y YKEHILIKH.
I'pynna cueruienus xeHCKOM X—XpOMOCOMBI OTHO3HAYHO XapaKTEePHU3YeTCsl OTCYTCTBUEM HacJe-
JyeMbIX IPU3HAKOB, IEPEAIOIINXCS OT OTIA K ChIHY, M HacJIeI0BAaHUEM MPU3HAKOB MAaTEPH.

Oco0eHHO Ba)KHBIM I U3yUYEHHS] TeHOMa YeJIOBeKa Ha MEepBBIX ATarax ero Hcciael0BaHus
CTaJl METOJI, Ha3bIBaeMblii rUOPUAU3aIINell cOMATHYECKHUX KJIeToK. [Ipy cMemmBaHN coMaTH-
YecKUX (HEMOJIOBBIX) KJIETOK YeJOBEeKa C KJIETKaMU JAPYTUX BHUJIOB >KMBOTHBIX (Yallle BCEro s
STOM LENH UCTIOIB30BAIH KJIETKHU MBIIIEH WIN KUTAWCKUX XOMSIYKOB) B IPUCYTCTBUU OIPEIEIICH-
HBIX ar€HTOB MOXKET MPOUCXOIUTH CIMSIHUE UX siep (Tubpunuzanus). [Ipu pa3sMHOXKEHUN TaKHX
THOPUAHBIX KJIETOK IPOUCXOISAT MOTEPH HEKOTOPHIX XpoMocoM. [1o cyacTianBoii Asist SKCTIepUMEH-
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TaTOpOB CJ'Iy‘-IaI\/JIHOCTI/I B FI/I6pI/I[[HI)IX KJICTKAaX 4YCJIOBCK—MBIIIIb HpOI/ICXOI[I/IT HOTCp?I 6OJ'II)HIGI71 qacTu
XpOMOCOM YejioBeka. Jlasee oTOMparOTCsi THOPUIBI, B KOTOPBIX OCTACTCSI TOJNBKO Kakas—HHOYIb
OJTHA YeJIOBeUYeCKast XpoMocoma. VccnenoBanusi TakKux THOPHUIOB MTO3BOJIMIIM CBSI3aTh HEKOTOPHIC
6I/IOXI/IMI/I‘I€CKI/I€ HpI/I3HaKI/I, CBOﬁCTBeHHBIG KJICTKaM 4€JIOBEKa, C OHpe)ICJ'IeHHBIMI/I XpOMOCOMaMI/I
yenoBeka. [locTeneHHo Onmaromapsi UCIONIB30BAHUIO CEICKTUBHBIX CPEl HAYUMIIMCH JTOOMBATHCS
COXpaHeHI/Iﬂ NI HOTepI/I OTAOCIIBHBIX XpOMOCOM YCJIOBCKA, HecyHII/IX OHpeﬂeJ'IeHHI)IC T'CHBI. CXCMa
or0opa, XOTs ¥ He 0YeHB MPOCTA Ha IMEPBBIA B3NS, TOBOJIHHO XOPOIIIO ITOKa3aja ce0s B IKCIICPH-
MeHTe. Tak, IpuayMainu CieuaibHy 0 CEJIEKTUBHYIO CPEly, Ha KOTOPOH MOTYT BBIKUBATh TOJIBKO
TE KJIETKH, B KOTOPBIX CHHTE3UpyeTcs pepMEeHT TUMHIMHKUHA3a. Ecim st rubpuansanuu ¢ KieT-
KaMH1 4CJIOBCKA B3JATh B KAUCCTBC HapTHepa MYTaHTHI)IC KJICTKHW MbIIIHU, HE CI/IHTCSI/IPYIOHII/IG THUMHU-
JMHKHHA3Y, TO OyIyT BBDKHBATH TOJBKO T€ TUOPUIBI, KOTOPBIE COAEPIKAT XPOMOCOMBI YEJIOBEKA C
T€CHOM THUMHUIWHKHWHA3HBI. TaKI/IM HYTGM BHCpBI)IG y,[laJ'IOCI) YCTaHOBI/ITL JIOKAJIN3alliu0 IreHa TUMH-
JTUHKUHA3bl Ha XpoMocome 17 yenoBeka.

HGCMOTpﬂ Ha TO, 4TO I/I3y‘-IeHI/Ie T€HOMA YCJIOBCKA Ha ypOBHe XpOMOCOM aalio pﬂI[ BAa>XHBIX
€ro XapaKTepI/ICTI/IK, OHHN 6BIJ'[I/I CaMbIMHA O6HII/IMI/I 1 JaJv OTHOCUTCIBbHO MAJIO IJISI ITIOJIHOT'O ITOHU-
MaHUS YCTPOUCTBA M (PYHKIMOHUPOBAHKS TEHETHYECKOTO ammapara 9eJI0BeYCCKUX KICTOK.

Kak aByxmeTpoBasi MOfieKyna
yMellaeTcs B MUKpPOCKONM4eckom sigpe?

Kaxk yxe roBopunoce, mosiexynsl JJHK, cogepxaiinecs Bo Bcex XpoMocoMax OTHOM KIIETKU
YeloBeKa, UMEIOT OOIIYIO0 AJIMHY OKOJIO 2 METPOB. DTO B CPEeTHEM B MUJLITUOH pa3 O0Jbllie, YeM Jua-
METP KJIETOYHOTO SI/Ipa, COCTABISAIONINHI MOpsAIKka MUKpoMeTpa. Kak jke yMeIarTcs CToNIb THTaHT-
CKH€ MOJICKYJbI B TAKOM MaJIeHbKOM sijpe? M3yueHue cTpyKTypbl XpOMOCOM MO3BOJIMIIO OTBETUTH
Ha 3TOT Bompoc. Oka3bIBaeTcs, B AIPE OCYILIECTBISAETCS «HACUIbCTBEHHAS» YIAaKOBKA MOJIEKYI
JIHK. DTo mocTturaercsi ¢ MOMOIIBIO ClIeNUaIbHBIX MEXaHHU3MOB, 00€CIIEUNBAIOIINX U3rHOaHNe
nBoiinoi cniupanu JJIHK. CymiectByet Heckonbko ypoBHe# «komnaktuzanuny JJHK B kietke (puc.
11).

Hekoropeie u3 ocobennocteit ynakoBku JIHK u3ydeHsl xopomio, a 0 HEKOTOPBIX CyIlie-
CTBYIOT MOKa JIUIIb MPUOIU3UTENbHbIE IpecTaBieHus. [IepBblil ypoOBEeHh KOMITAKTU3AIMH 3aKITIO-
yaercs B HakpyunBanuu HUTH JIHK, kak HUTKM Ha KaTyIIKy, Ha CTICIIMAbHBIA KOMIUIEKC SCPHBIX
6enkoB (ructonoB). Hute JIHK nenaet okosio AByX 060pOTOB BOKPYT OJHO
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Puc. 11. Craguu ynakoBku JIHK B xpoMocomax (0T ABOMHOM CIIMPAIIN JIO HETBIX XPOMOCOM)

ro KOMIUIEKCa, a 3aTeM CHOBA OKOJIO JIByX 00OpOTOB BOKPYI BTOPOro KOMILIEKca U T. 1. B
pe3ynbrare 00paszyeTcs CTpyKTypa, HarnoMmuHaromas 0ycel. OTenbHbIe OYCUHKH B 9TOHM CTPYKTYpE
MOJIYYHJIM Ha3BaHUE HYKJeocoMbl. Ha oHOM Hykiieocome pasmemaercst okosio 200 map HyKIeo-
tunoB JIHK. Mexny nykneocomamu ocraercst pparment JJHK pazmepom 1o 60 map ocHoBaHwmiA,
Ha3bIBAEMbIH IMHKEPOM. DTOT YPOBEHb YKJIaJIK1 MO3BOJISET YMEHBIIUTD JInHEHHbIE pazMepsl JJHK
B 6—7 pa3.

Ha BrOopoM ypoBHE KOMMakTHU3alMM «OyChl» YKIJIQJbIBAIOTCS B CHHpajb, COCTOAIIYIO U3
LIECTH HyKJIeocoM Ha BUTOK. [Ipm 3ToM smmHelnble pasmeps! JJHK ymensmarorcs B cymme a0 |
MM, T. €. B 25—30 pas.

Tpetuit ypoBens xomnaxtuzanuu monekyn JJHK u3yden eme miioxo. Cxopee Bcero, 310
nerenpHas ykiaaka Gpuopui — o0pa3oBaHHE METEIBHBIX JOMEHOB, KOTOPBIE MO YIJIOM OTXOMSIT
OT OCHOBHOM 0CH XpoMocoMmbl (yrutoTHeHue B 680 pa3). X MOXHO BUACTh B OOBIYHBIN CBETOBOM
MHUKPOCKOIL.

Ha nocnegnem yposne xommnaktuzanmu /JIHK npoucxomaur ee ymioTHeHHME NPUMEPHO B
10000 pas.

AHanu3 cymmapHoun [1HK — HoBble
cBeAieHMA O CTPYKType reHomMa YyesrioBeka

Ha nepBom 3Tane HENOCPEACTBEHHOIO UCCIIEJ0OBAHUS CTPYKTYpBl T€HOMA Y€JI0BEKa, KOIrja
€llle HE CyIeCTBOBaIa METOA0JIOI M TeHHON MHKeHepuH, 1 usydenus JHK npumMensnu tpaau-
LIMOHHBIE (PU3MKO—XUMUYECKHE METObl. B 3THX OMbITax MCHOIB30BATIM CyMMAapHbIE MpenapaThl
JIHK, nienukoM BbIIEIEHHBIE U3 SAEP KIETOK YEJIOBEKA.

[Toxaiyii, mepBble CBEACHUS O MOJEKYISAPHOM CTPYKType reHoMma 4ejoBeKa ObLIM MOiy-
YeHbl B pe3yibrare HeHTpudyrupoanus B npooupke pactsopos JIHK B xymopucrom 1ie3uu mnpu
JIOBOJIBHO BBICOKHMX CKOpOCTAX. B mponecce BpallleHusi COaM 1e3usl CO3/1atl0T TOHKHE CIIOM pac-
TBOpa C Pa3lIMYHON IUIOTHOCTBIO (TPaJMeHT IUIOTHOCTH) BAOJb Mpobupku u Monekynsl JJHK
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HEepEMELIAOTCsl B 3TOM IPaIuEHTE, MIOKA HE TOCTUTHYT Takoi 00JacTH, Iie IIIOTHOCTh COJIEBOIO
pactBopa OyIeT TOYHO Tako# ke, kak ux cobcrBeHHas. A miotHocts [JHK cunbHO 3aBucuT OT
conepxxanusi AT—u I'll-nap HyKJI€OTHIOB, T. €., KaK TOBOPAT, OT HYKJICOTUIHOTO cocTaBa. Okasa-
J0Ch, uTO ocHOBHast Macca JIHK yenoBeka rmociie neHTpudyrupoBaHusl pacroiaraeTcs mpeumMyIie-
CTBEHHO B OJIHOM 30HE I'PaJIu€HTAa (3TO COOTBETCTBYET cpeAHemy coaepxkanuto ['Il-nmap B reHome
yesnoBeka, paBHoMy 42%). OnHako HapsIy ¢ 3TUM HEOKUJAHHO OOHAPYKMBAJIMCHh U HEOONbININE
(MUHOpPHBIE) MOJIOCHI, B KOTOPBIX Takxke coaepkainuch Monekyasl JJHK, Ho ¢ nHOI minoTHOCTBIO
1, CJIEI0BATENbHO, C UHBIM COJIEPKAaHUEM HYKIJICOTHIHBIX ITap. Takue MUHOpHBIE, WK JAOIOJIHHU-
tenbHble ppakun JJHK momyunnm HazBaHMe «caTeUTMTHBIX». Takoe uMs Jaimu 3TUM (ppaxiusiv
He ciyd4aifHo. B To Bpems kak pa3 ObLT 3amlyIIeH MEpBBIA COBETCKHM cryTHUK (y1aT. satellitis —
CIYTHHUK). DTO U HATOJIKHYJIO HCCIIEI0BaTENe Ha TaAKOE Ha3BaHHUE.

Bcxkope nocine Toro, kak Obu1a ycTaHOBJIEHA IByXcMpaibHas cTpykTypa JJHK, obnapyxunu,
yto npu cuiibHOoM HarpeBanuu JJHK nBe ee nenu pacxonsarcs (pacmiasnstores) u JIHK u3 nByHu-
TEBO IpeBpalaeTcs B OMHOHUTEBYIO. JTO MPUBOJIUT K HAPYIIEHUIO €€ €CTECTBEHHOM CTPYKTYPHI,
YTO MOJYYMJIO OTpaKEHHE B Ha3BaHWU JaHHOrO mpouecca — AeHarypauusa [IHK. Ognaxo npu
oxJaxJaeHnH neHarypupoBanHoi JJHK kxoMrmemeHnTapHblie enu HaxXoaaT ApyT Apyra U COeIHUHs-
I0TCSI CTPOTO TaK, KaK OHU PACMOIArajvuch B UICXOJHOW HEIEHATypUPOBAHHOM MOJIEKYJIE, IO THUILY
3aCTEXKKU — «MOJHHUM». DTOT MPOLIECC NOJYYMJl Ha3BaHUE PpeHA—-TypalMu WIH peaccounamnuH.
Cpa3zy ke nocie oOHapyKE€HUS 3TOTrO SBJIEHUS OHO OBLIO MCIOIb30BAHO IKCIEPUMEHTATOPaMU B
LEJSAX U3YUEHUsl CTPYKTYpbl TEHOMA.

HemHoro coBceM mpocToil MareMaTuky Aj1sl TEX CaMbIX JHOOOIBITHBIX, KTO HEJJABHO 3aKOH-
yu BY 3, uzyuan xumuto u eie He 3a0bu1 Bee, yemy ero yuuiu. [Iponecce peaccounanuu JJHK Bo
MHOT'OM CXOZIEH C OOBIYHONM XMMHUYECKOM peakiueil BTOporo nopsjika u, o 3Toi NpuuruHe, MOKET
OBIThH ONKCAH AOBOJILHO MPOCTON (OPMYIION:

Ci/Co, = 1/(1 + ky(Cot)),

rne Co u C; — koHueHtpauuu ogfHoHUTEBbIX JIHK cOOTBETCTBEHHO B HaYaJIbHBIN (HYJIEBOM)
MOMEHT BPEMEHHM U B MOMEHT BPEMEHH t I10CIJIe Hayala peakiy peaccoluanny, ky — KOHCTaHTa
CKOPOCTHU PEAKIIMK BTOPOTO MOPsIIKa.

st ynoOG¢cTBa M300pakeHus MPOIECca PeaccoIraiuu CTposAT rpaduk, B KOTOPOM IO OCH
OpAMHAT OTKJIAJBIBAIOT JIOJIO0 PEACCOLMHUPOBAHHBIX MOJIEKYJ, @ MO OCHU aOCIHCC — BEJIUYHUHY
Cot. ITpu Takom n3o0paxkeHN KpuBbie KUHETHKHU peaccormaiuu JIHK npocrelimux opraHuzMoB
(BUpyCOB 1 OakTepuii) UMEIOT S — 00pa3HbIH BHJI. DTO COOTBETCTBYET KUHETHKE XUMHUECKON peak-
LIUM BTOPOTO nopsaka. Eciu B SKcriepuMeHTe HaOMIONAIOT OTKJIIOHEHUS! OT 3TOM KPUBOM, TO 3TO
JOJIKHO yKa3bIBaTh Ha rereporeHHocTsh neneit JIHK no ckopocTu B3auMoneicTBus Ipyr ¢ IpyroMm:
OJIHM pearupyer ObIcTpee, Ipyrue, cooTBeTcTBeHHO, MeieHHee. Korna JIHK yenoBeka nopesanu
Ha KyCKU HEOOJIBILIOTO pa3Mepa U U3MEPHIIN KHHETUKY UX PeacCOLMaIlii, TO OOHAPYKHUIIOCh, UTO
KpHBasi, ONKCHIBAIOIIAsl 3TOT IPOLECC, JajeKa OT CTaHJapTHOM (puc. 12).

OT0 sIBUIIOCH pe3ynbraTtoM Toro, uro B JIHK denoBeka nuMeroTcst HyK—J1€0TUAHbBIE TIOCIEN0-
BaTEIbHOCTH, PEACCOLUHUPYIONINE C pa3HONW CKOPOCTHIO, a CyMMapHasi KpuUBasi peakiuu, Haluro-
JaeMasl B OIIBITE, OTPAYKAET COBOKYITHOCTh MHOKECTBA HE3aBUCUMBIX PEAKLIMKA BTOPOTO MOPSIIKA.
Korna 6bu1M IpOBeACHBI 3TH SKCIIEPUMEHTHI, YK€ CYIIECTBOBAI MAaTEMAaTHUECKUI arnapar, o3Bo-
JISIFOINME, XOTSI M OYEHb Ipy00, BHIUICHSITh U3 CIIOXKHON CyMMapHOW KpUBOW OTJIEJIbHBIE OTHOCH-
TEJIbHO OJHOPOIHBIE KHHETUYECKUE KOMIIOHEHTHI. Pa3inuus B CKOPOCTIX peacconualuu pa3HbIX
komnoneHToB JIHK uenoBeka Obun cBsi3aHBI ¢ pa3HO# nmpeacraBaeHHOCTHIO B JIHK otaenbHBIX
HYKJICOTHIHBIX IIOCIEAOBATEILHOCTEN. YUaCTKH, KOTOPBIE IPUCYTCTBYIOT B TEHOME BCETO OIUH
pa3, Ha3BaJlM yHUKaJIbHBIMU. Eciiu B reHOMe onpeziesieHHasi HyKJI€OTHIHAs [10CIe10BaTeIbHOCTD
HE YHHKAJIbHA, a MPEICTaBICHa HEKUM YUCJIOM OAMHAKOBBIX KOIUH (T. €. MOBTOPSETCS, OTCIOMA
1 Ha3BaHUE — MNOBTOPSIIOIASICS ), TO TaKas IOCJIEN0BATENBHOCTD, ECTECTBEHHO, 110 YUCTO XUMUYE-
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CKHM 3aKOHaM, Oy/IeT B pacTBOPE HAXOJIUTh KOMILIEMEHTAPHYIO IIeTTh U B3aUMOJICHCTBOBATh C HEl
(peaccouunpoBaTh) 3HAYUTEIHLHO OBICTPEE MEPBOH.

B pesynbrare Takoro aHaimMsa HaILId, YTO B TEHOME YesioBeka okojo 75% yvactkoB JJHK
npencTaBiieHbl | konuel (yHUKalbHbBIE) HA TalJIOMIHBIA T€HOM (€CTECTBEHHO, B SIpE, SIBISIO-
HIEMCS TUTITIOMIHBIM, UIMEETCS 2 KOMMU KaXJA0W YHUKAIHHOW HYKJICOTHUIHOM MOCIEI0BaATEIbHO-
ct). OcTalbHYI0 YaCTh F€HOMa COCTABJISIIOT OBTOPSAIOIIMECS TOCIEA0BAaTENbHOCTH (IIOBTOPHI),

cpenu kotopsix 10% npencTaBieHbl 0O4eHb OBICTPO PEacCOLMUPYIOLUIMMHU TOBTOPAMHU (10* u Gonee
KOIUI Ha T€HOM) U OKoJIOo 15% — yMepeHHbIMHM MOBTOpaMU. 3aMETUM Cpazy, YTO B JAaJbHEHIIeM
9TH OLIEHKH ObUIN CYLIECTBEHHO MepecMOTpeHbl. OTHAKO HEKOTOPHIE U3 ITHX PE3YJIbTaTOB OCTa-
JUCh B CUJIE 10 CHX TIOP.

[lepBoHavyanpHBIE aHAIN3HI [TOKA3aJIH, YTO CPEIH OBICTPO B3aUMOACHUCTBYIOLIUX APYT C APY-
rom npu peaccornuanuu ¢pparmentoB JHK npucyTcTByeT HEKOTOpOe KOIMYECTBO TaKUX, KUHE-
THKA PEacCOLUAMU KOTOPBIX OTIMYAETCS OT PEaKIMK BTOporo nopsaka. [Ipuunna sTomy okasa-
JI0Ch B TOM, YTO 3TH YYACTKH MPEICTABIISAIOT COOON TaKk Ha3bIBaeMble 00pallleHHbIe OBTOPbI, WU

NAJUHAPOMBI — B3aUMOKOMILIEMEHTAPHBIE TOCJIEI0BATEIbHOCTH, PACIIOJIOKEHHBIE HE HA Pa3HbIX,
a Ha ogHou HuTH JJTHK.

Tun JIHK O renoMa CroiicTaa

YHHEATLHASR ] COAgpanT DOAMIHHETED TeHOB

YaiepeHHbIE NOBTOPDI 3 bonbinel YacThio pasdpocanM B
PAIHBIX YHAC TKAX TCHOMA

Yacruie nosropis 10 SHAMMTENBHAA YACTE COCTOMT
M3 caremTHTHRY JTHK

HacTee NOBTOPL
o |||'_

e Y MepCHHBLIC

NOBTOPL - 15%

YHHELTEMAA —_—

~TE
=

Peaccoumanma THK, %

Bpessn

Puc. 12. Kunetnka BOCCTaHOBIICHHS ABYHUTEBBIX MOJICKYJ H3 UCKYCCTBEHHO pa3/ieeHHBIX
xomriemenTapHsbix neneit JJHK yenoseka (peaccouuarus). JIHK pasousator Ha HebGonbme dpar-
MEHTHI, ICHaTypUPYIOT IIyTeM HarpeBaHus, a 3aTeM MPH OXJIAKICHUH pasomeanmecs menu JJHK
BHOBb COCIUHSIOTCS. UeM yale B CMECH BCTPEUAIOTCS T€ MJIM MHBIE TTOCIIEI0BATEIbHOCTH, TEM
ObIcTpee OHM HaXOMAT APYT Jpyra B pacTBOPE M peaccOUUpyIoT. [10 3Tol KMHETHKE ONpeaessuIn

06Luee COACPIKAHUC ITOBTOPAIOIINUXCA U HCIIOBTOPAIOIIUXCSH (YHI/IKaJIBHLIX) HYKJIICOTUAHBIX ITOCJIC-
JIOBaTEIbHOCTEH B FeHOME UeIOBEKa

Takum o6pazom, B JIHKoBOM TekTe MPUCYTCTBYIOT «IIPEUIOKEHUS» — HAIIMHAPOMBI («Iepe-
BEpPTHILIN»), OJMHAKOBO YUTAEMbIE CJ€Ba HAIpaBO M clpaBa HajeBo. IlepeBepThilIM XOpOLIO
U3BECTHBI U3 JINTEPATYPbl — 3TO MPEAJIOKEHUS, KOTOPbIE YUTAIOTCS OJUHAKOBO CJI€Ba HANIPABO U
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CIpaBa HaJIeBO 0Oe3 ydeTa 3HAKOB MPEMHUHAHUS U MHTEPBAJIOB MEXy cioBaMu. B kauecTtBe mpu-
Mepa IPUBEIEM OIMH U3 TaKUX NIEPEBEPTHILICH:

YXPEAKOPYKOIOOKYPOKIEPXY.

B JTIHK nepeBepThIiiaMu Ha3bIBAIOT OTPE3KU IBOWHOM aHTHIIAPAJUIEIBHON CIIMPAu, KOTO-
pbl€ UMEIOT OJJMHAKOBYIO HYKJICOTUIHYIO MOCIIEI0BATENbHOCTh IPU YTEHUH 110 O0EUM LIETSIM B
OJIJMHAKOBOM HaIIpaBJIEHUU. DTO BBINIIIUT KaK, HATPUMED, B HIXKE IPUBEIECHHOM CIIydae:
>
TTATHAATTTALTTAA
FEFEFEFEFEFEFEF R
AATUHATTTAALTTTATT
«

3nech cTpenkamu rmokazano Hamnpasnenue neneit [IHK, a 3Be3moukamu — BomopoaHbie CBS3H,
oOpa3yeMble MKy MapamMu HykJ1eoTu10B. OO11ee U0 TaKUX «IIepeBEPTHILIEH» B TEHOME YeJIo-

BEKa OLICHEHO B MHTEPBAJIC OT 10° 10 10°. [Ipu >TOM OHU OTHOCHUTEILHO PABHOMEPHO pachpe/e-
nensl o JTHK.

HMeroTcss B TeHOME 4eI0BEKa M HYKJICOTHIHBIE IOCIIEN0BATEIBHOCTH, KOTOPHIE HA BCEM
CBOEM MPOTSDKEHUHU MOCTPOCHBI U3 OJHON eAMHCTBEHHOH «OykBbl». Eciu B omuoit nenm JTHK
sTa OykBa A, TO B Ipyroi LienH, COOTBETCTBEHHO, OyneT OykBa T. Takue ydacTku Ha3BaHbI FOMO-
NoJIMMep—HbIMH. B cilydyae mpuBeIeHHOro BbILIE MPUMEPA MOCIEI0BATEILHOCTh HYKIEOTHA0B
3anuckiBaetcs, kak monu(A) — momu(T). Takum 00pa3om, BBIICHUIOCH, YTO B TEHOME YEJIOBEKa
(a mapanenbHO 3TO U3y4Yalu U B FTeHOMaxX JPYTHX OPraHU3MOB) UMEIOTCSI BCE BAPUAHThI HYKJIEO-
TH/IHBIX MTOCJIEIOBATEIBHOCTEN, COCTOSIINX U3 4 «OyKB», KOTOPBIE TOJIBKO MOXKHO ce0€ MBICIIEHHO
MIPE/ICTABUTb.

Hcnonp3ys paznuansie Mogudukanuu Metoaa peacconuanuu JJHK, ycranoBunu takxe, 94to
B OOJIBIICH YacTH reHOMa YeJIOBEeKa MOBTOPSIIOIIMECS U YHUKAIbHbBIE HYKJICOTHIHBIC OCIIEI0BA-
TEIBHOCTHU NEPEMEXKAIOTCS APYT € IPYTOM, a CPEHUE JUTUHBI IEPEMEKAIOIINXCS TTOBTOPSIOLUXCS
n ynukanbHbeix GparmenToB JJHK cocrasmsror coorserctBenno 300 u 2000 . H.

[IpuBenenHbie BbIlIE NaHHBIC ObUTH, KOHEYHO K€, YCPEAHEHHBIMH M MTOBEPXHOCTHO OTpa-
KaJy oOIIyI0 KapTUHY YCTPOICTBa reHoMa 4ejioBeka. TeM He MeHee OHHU MOCITY)KUIH XOPOIIeH
OCHOBOM IS TaTbHEHIINX OoJiee yriTyONeHHBIX UCCIIeA0BaHUA. BaykHO, YTO OJJHOBPEMEHHO TaKHe
e paboThl MPOBOAWINCH U C UCIONB30BAHUEM JPYTUX 3YKApUOTHUYEC—KUX OpraHU3MOB. MHO-
M€ MOMEHThI OKa3aJIMCh CXOJHBIMHU Y PA3HBIX BBICILIUX OPIraHU3MOB U pacTeHU. Tak MOCTENEeHHO
HayaJu BBIPUCOBBIBATHCA B OOLIUX YEPTAaX OCHOBHbBIE MPUHIMIIBI OPraHU3aL[M1 TEHOMA Y€JI0BEKa.

HoBbIN 3Tan — aHanM3 nHanBMAyanbHbIX
anemeHToB [HK (reHHas uHXXeHepuA)

MpICb YUEHBIX MPOJI0JKaja MHTEHCUBHO paboTaTh. 1 B pesynbrare B 1970—x romax ObLu
paspaboTaHbl MPUHLIUIIKAILHO HOBBIE MeToabl paboTsl ¢ JIHK. Ee Hayuwmnucek pe3ars Ha Qpar-
MEHTBI, CIIUBATh UX JPYT C IPYroM, a 3aTeM IePEHOCUTH B KJIETKH U 1ieJble opraHnu3Mbl. Ha npak-
TUKE 3TO CBOAMTCA K CO3[aHMIO B MpoOupke (T. €. in vitro) HoBeIX Monekyn JIHK, cocTosmumx u3
(hparMeHTOB Pa3HOTO MPOMCXOXKACHUS (TaKk Ha3bpiBaeMbIX pekoMOumHaHTHBIX JIHK), koTophie B
€CTECTBEHHBIX YCIOBUSAX HE MOTYT BOSHUKHYTH OJaroaps yCTaHOBJICHHBIM U TIIATENFHO OXpa-
HsieMbIM [Ipupoaoii MmexxBu10BBIM OapbepaM. [laToil pokieHns HOBOTO PEBOTIOIIMOHU3HPYIOIIETO
HaIpaBJICHMS], IOJTYYMBILIErO Ha3BaHUE FeHHON MHAKEHEePUH, IPUHATO cunuTath 1972 roa, xorna B
CIIA 6p1na co3mana nepsas pekomOuHanTHas mojekyna JIHK.
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CraHoB/IeHHE T€HHON MHKXEHEPUHU MIPOUCXOWIO OYEHb HEMPOCTO. YKE B CaMOM Hauaje (B
1973 rony) yuactHuku ['op0HOBCKOM KOH(EpEeHIIUN HaNpaBUIM MUCbMO Ipe3uieHTy Hannonasns-
Hoil Akagemun Hayk CILIA, B KOTOpOM BbICKa3bIBaJIl CEPhE3HbIE OMACEHUSI O BO3MOXKHOM omac-
HocTu pexoMOuHanTHBIX JJHK st 310poBbs uenoBeka u okpysxkarorieit cpeasl. [Ipo3Byyan naxe
IPU3BIB K MOPATOPHUIO HA HEKOTOPHIE BU/Ibl TEHHO—MH)KEHEPHBIX HcciieqoBaHui. J[Ba rona coycrs
cocrosutack koH(pepernus B Acunomape (CIIA), rie Takke muia pedb 00 OMacHOCTH TeHHO—HHKE-
HEPHBIX MaHUMYJIALUN U X orpaHndeHuu. OJIUH U3 OCHOBHBIX HccienoBarenei ctpykrypsl JTHK
3. Yapradd, B yacTHOCTH, Bonporrai: «MiMeeM JIn MBI paBo MOCATaTh HEOOPATUMBIM 00pa3oM
Ha 3BOJIIOIIMOHHYIO MYIPOCTh MUJJIMOHOB JIET TOJBKO AJIsl TOTO, YTOOBI YAOBIETBOPUTH AMOUIIUIO
U JIIOOOMBITCTBO HECKOIBKUX YUYEHBIX?» (O3a004EHHOCTH YUYEHBIX OOBSICHSIACH TEOPETHUECKON
BO3MOYKHOCTBIO CO3/JaHUsI B NMPOOUPKE HOBBIX T'€HETUUYECKUX CTPYKTYp, CIIOCOOHBIX BBI3BIBATH
HEOoOBIYHbIE POPMBI HH(PEKIIMOHHBIX 3a00JI€BaHNH YETIOBEKA, WIIHA CO3/IaHUEeM OPTaHU3MOB, HeOIa-
TOIPUSITHO BO3/AEUCTBYIOIIMX Ha OKpYXarollyro cpeny. OHaKo Kak TOT/a, Tak U MO MPOLIECTBUN
TpeX JIECATKOB JIET HE CYIIECTBYET HUKAKHX MOATBEPKACHUI ToMy, 4To pekomOuHanTHbeie [JHK
IPEICTABIISAIOT OMACHOCTh AJs 4yenoBeka. COBPEMEHHOE COCTOSTHUE MOJIEKYISIPHOM T'€HEeTHKU U
KaK BEpIINHA €€ Pa3BUTHUS — CEKBEHHUPOBAaHUE F€HOMA YE€I0BEKa—CBUJIETENBCTBYIOT O TOM, YTO
TeHHAs! WH)XEHEPHUS TTOJIHOCTHIO OTpaB/aia OOJbIINE HAJSKIBl YICHBIX U MOIICPKUBAIOLICH ee
oOmiectBeHHOCTU. Celyac yxe MPakTUYECKU HET CIIOpa B OTHOILIEHUH BaKHOCTHU U HEOOXOUMO-
CTH MCIIOJIb30BAHUS TEHHOM MH)KEHEPHH JUIsl PELICHMsI KaK Hay4YHbIX, TaK U MPaKTUUYECKUX 3a/1a4,
CTOAILUX TEPE]] YEIOBEYECTBOM.

['ennast uH>xeHEpUs KaK MPUHLIMIIAAIBLHO HOBAsl TEXHOJIOTHS BOHUKIIA B 3HAUYUTENIbHOMN Mepe
Ha 0a3e TOCTHKEHUH, KOTOPBIX YUEHbIE JOOMINCH IPU U3YUEHUH MOJIEKYIISIPHBIX ITPOLIECCOB, KOTO-
pBIe IPOUCXOMAT B OaKTEpUaTBbHOM KiIeTKe. BBIUTO cieTano HECKOIBKO BaKHBIX OTKPBITHH, IPEKIC
YeM MCCIIEI0BATENIN HAyYWIIMCh JIETKO U HallpaBieHHO MaHumyauposars ¢ JIHK, a He npocTto cme-
mmBath ¢pparments! JJHK ¢ GakTepusiMmu u oTOMparh cpeny HUX CIydailHO BO3HUKAIOIINE BapH-
aHTB! (PEKOM—OMHAHTHI).

Bakrepun uMeroT BEICOKOA(GEKTHBHBIN MeXaHU3M 3aIIuThl OT dyxkeponnoii JJHK. Uccre-
JIOBaHHE 3TOW MPOOIEMBI TPUBEIIO K OOHAPYKEHHUIO B OAKTEPHUSIX CIICUAIBEHBIX (PEPMEHTOB, TTOITY-
YHUBIINE HAa3BaHUE pecTpUKTA3. [lepBbie u3 HuX nonyudensl euie B 1970 1. Celiuac yxe BbLAEIEHO
HECKOJIBKO COT pa3HOOOPa3HbIX PECTPUKTA3 U3 KIIETOK Pa3HbIX BUAOB OakTepuil. Kax bl u3 Takux
(hepMEHTOB «y3HAET» CTPOTO ONpeAcIICHHBIC KOPOTKHE (0OBITHO 4—O6 11. H.) HYKJICOTH THBIC ITOCIIC-
nosarenbHocTy JIHK, KoTOpbIE Halle Bcero npencTapistoT co0oil nanuuapomsl, u pazpesaer JJHK
Ha (parMeHTHI 10 3TUM yJacTKaM. B pesynbrare 3THX CBOMCTB PECTPUKTA3bI CTATH HE3aMEHUMBIM
WHCTPYMEHTOM B UCCJIEIOBAaHUU T€HOMA, CBOeoOpa3HbIM ckainbeneM st JJHK.

Bonbimoit ymadyeit mjis KCIEPUMEHTATOPOB OBLIO TO, YTO B OOJBIIMHCTBE CIy4aeB IMPHU
Hape3aHun pectpukrazamu JJHK oOpasyrommecss ¢pparMeHTBl CONEPIKAT <JIAIMKHE» KOHIIBI, T.
€. CIIOCOOHBI B JAJIbHEHIIEM COEIUHATHCS JPYr ¢ APYroM. /[jisi BOCCTAaHOBIEHUS XUMUYECKON
CBSI3W TAKHX CIMITIINXCS (JParMeHTOB CTAJIM MCIIONB30BATh €Ie OJMH HOBBIN Kilacc (hepMEHTOB
— Jurasbl. Tak NOSBUIIUCH NTEPBbIE MHCTPYMEHTHI, I03BOJISIFOIINE 1IeJICHANPABICHHO MaHUITYIH-
posarb ¢ monekynamu JAHK in vitro. Cnenyroniuil BaykHbIi 3Tan — pa3MHOXKEHHE CKOHCTPYHUPO-
BaHHBIX pekoMOMHAHTHBIX JIHK, 94T00BI MOKHO OBUTO ¢ HUMU paboTarh majibire. st 3ot nenn
CTaJIM UCIoNIb30BaTh cnennanbHble JJHK — BekTOpbI, KOTOpBIE MTPeCTaBISIIOT COO0M Uu OaKTe-
puodary, i BHEXPOMOCOM—HBIE KOJIBIIEBBIE MOJIEKYJIBI — MJIA3MH/IbI, KOTOPBIE 00J1a/Ial0T CIO-
COOHOCTBIO Pa3MHOXATbCs B OaKTepUANBbHBIX KieTkax. Ecim moboii pparment JJHK BHecTH B
cocraB JIHK Gakrepuodaros wmu mia3muz, To MpH MepeHoce B OaKTepralibHbIEe KJIETKH OH OyIeT
TaM pa3MHOXaTbCsl BMECTe ¢ BeKTopoM. HakoHer, Obutn pa3paboTaHbl crielinaabHbIE TOIXO0/IbI AJIs
0oTOOpa OaKTepUaNbHBIX KIETOK, B KOTOPBIX COJEpKaTCs HeoOxoaumbie pe—komOnHanTHeie JJHK.
Bce a1t noctrkeHus o3BONMWIA IPOBOAUTE KJIOHUpoBaHHue [[HK, T. €. BBIIEHATh U3 CIIOKHON
cMecH MoeKyn onpezenennsie yyactku JJHK u pasmuoxkars ux.
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Knonuposanue ¢pparmentoB /IHK nano B pyku uccrnenoBareneil NpuHIUMINAIBHO HOBBIN
HIOAXOJT K BBIZICTICHHIO U3 ciiokHOU cMecu JJHKOBBIX parMeHTOB KOHKPETHBIX WHAMBHTYaTbHBIX
nocnenosaresnbHocTeil. [Ipu 3ToM OHM MOIIM cofepkKaTh OCMBICICHHBIE TEKCThI (T€HbI) WM HE
COZIepKaTh TAKOBBIX. TpaguIMOHHAs OMOXMMUS HE MOIJIa 00eCHeuuTh MOJOOHYI0 MPOIEaYpY B
CHITy TOTO, uTo pasnu4nbie pparmenTs! JHK xumuyecku ouens cxomnbl. Ho reHHOM HHXEeHEpUH
3TO 0Ka3aJIoCh BIOJIHE NoJ cuity. CxemaTnuecku nporecc kaonuposanus JJHK nzo0pasken Ha puc.
13.

[Tocne pazpezanus JJHK Ha ¢parMeHTH ¢ TOMOIIBIO PECTPUKTA3bl BCE OHU COCTUHSIOTCS
KOBAJIEHTHO C BEKTOPOM (BEKTOP pa3pe3aH TOM K€ PECTPUKTA30i) B PE3YyNbTaTe «CIUMAHUSD)
KOHIIOB MOJIEKYJI U MOCIJIeAyIoeld o0paboTku «rudpumoB» nurazoil. Tak B mpoOupke coznaercs
UCKycCcTBeHHas win pekoMmOuHanTHas JIHK. 3arem ocymiecTBisIOT EpeHOC MHOXKECTBa 00pa-
30BaBIIMXCS PEKOMOMHAHTHBIX MOJEKYN B OakTepuajbHbIE KIETKH — TpaHchopmanuw. Oco-
OEHHOCTH Tpolrecca TpaHCHOPMAITUH 3AKITIOYAECTCS B TOM, YTO B OJHY OAaKTEPHAIBHYIO KIETKY
NoMa aeT UMb oHa pekomOuHanTHas monekyna JIHK. Tlocne atoro, 6maronapst ordopy, pasmMHo-
KaroTcs ToJIbKO OakTepuu ¢ pekomOuHanTHbIMU [IHK, copepxaiiumu Tpedyemble HyKJI€OTHHbIE
IIOCJIEI0BATENBLHOCTH.

Jl1g u3ydyeHus CTpyKTypbl FeHOMa HEOOXOAMMO HE TOJIBKO KIIOHUPOBATh BCE €r0 YYacTKH B
BUJIC PEKOMOWHAHTHBIX MOJIEKYI, HO, TJIABHOE, paciIu(poBaTh B HUX MOCIIEI0BATEIBHOCTh HYK-
JICOTHJIOB, T. €. «upodecTb» JJHKOBBII TEKCT.

BaxHpIM MOMEHTOM BO BCEii 3TOW TeHHO—MH)KEHEPHOU «KyXHe» ObLIO CO3/1aHNe TPUHIIUITN-
QJIbHO HOBOM TEXHOJIOTUHU pa3MHOKEHUSI HHIUBUAYabHBIX (pparmentoB JIHK in vitro. Otot yau-
BUTEILHO TMPOCTOH Meton nonmydeHus ¢pparmentoB JJHK B HeorpaHn4eHHOM KOJMYeCTBE KOTHA
OBUT pHUIyMaH MPHU HEOOBIYHBIX 00CTOATENBCTBAX — HOYBIO, BO BPEMSI aBTOMOOMIIBHOM TIO€31IKH
B ropax Kamudopuuu. ABrop 3Toit uaen HoOeneBckuii gaypear Kopu b. Mromuc Tak BCriomu-
HaeT MOMEHT o3apeHus. «MHorna ynauHas uies NpuxoauT B FOJIOBY COBEPILIEHHO HEOkH1aHHO. Co
MHOM, HanpUMep, 3TO CIyYUIIOCh B OJIHY U3 anpeibckux Houel B 1983 ., xorna s, cuas 3a pyieMm
aBTOMOOWJISI, MPOOMPAJICSl IO OCBEIIEHHOM JIYHON TOpHOM J0pore B ceKBoiHbIe jieca CeBepHO
Kamudopaun. Meicias MOst CTy4aiiHO HATOJIKHYJIACh Ha MPOIECC, Oaroaapsi KOTOpOMy
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Paspezanme sexTopa w xpomocommoi JIHK
pecTpHETAZON, Ccoinawmell B MecTax pazpesa
KOMILIEMEHTAPHBIE NOCIEN0BATENLHOCTH HYKIE0THI08

—— -

Kaouupyesmbiii hparmenTt
xpomocomuoit [THK

BexkTop

Coennnenne sexropa u gparvenra
xXpomocomuoi IHK ¢ nowomeio

-a...“\'

N

Pexombunanaan monexyaa JIHK

Brenenwe pexovtnnanmioi THK s
DaAKTEPHID

PegoMinHaNTHAR
JHK

bakrepuaasnan xpomocoma

Puc. 13. Cxema nponiecca kinonupoBanus JJHK ¢ ncronp3zoBanuem B kauecTBe BEeKTOpa Oak-
TepuasibHOM miazmMuanon JJHK

MOKHO TIOJTy4yaTh KOIUHM T'€HOB B HEOTPAaHMUEHHBIX KOJMMYECTBaX. Terneph OH Ha3bIBaeTCs
MOJIMMEPA3HOM LIETTHOW peakiuei». 3a cCo31aHre HOBOM TEXHOJIOTHH €€ aBTop morydmt HoGenes-
CKYI0 TIPEMHUIO.

[Tonmumepasnas nemnas peakius (cokpamieHHo [T[P) maeT BO3MOXHOCTh B TeUeHUE JTHS U3
onnou Monekysbl JIHK momydars 100 MunmmuapaoB MACHTUYHBIX MO CTPYKTYpE MOJIEKYJ. JTa
peakius T0BOJIBHO MPOCTa B UCTIONHEHUU: HYKHbI ninb JIHK, mpo6upka, HeCKOJIbKO peareHTOB U
HMCTOYHUK HarpeBaHus u oxnaxaeHus. [Ipenapar JITHK, koTopsiit He00X0IMMO KOTUPOBATh, MOXKET
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OBITH MMOJIY4YCH U U3 KyCOYKa TKaHU, U U3 KallJIn 3acoxmiei KpOBH, U U3 3aC}’HIeHHOI\/JI MYMHU, U JAKE
U3 TeJa MaMOHTA, MPOJIEKABIIETO HECKOJIBKO THICAY JIET B BeyHOU Mep3niore. CyTh 3TOro MeToza
n300pakeHa Ha puc. 14 Ha IIBETHOI BKJICHKE.
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Puc. 14. Cxema nporekanus noauMepasHoi riennoi peaxiuu (ITLP).

Cama nponenypa IILP 3akmouaerca B cinenyromeM. [Ipexne Bcero, JIHK nenarypupytor,
Harpesas ee 10 98°C. Ilpu stom ase nenu JJHK, otHOCHTENnbHO €1ab0 cBsI3aHHBIE MEXAy COOOi,
pasensoTcs Ipyr oT Apyra. Jlajnee B X0 WAYT Tak Ha3bIBaeMble 3aTpaBKU (IpaiiMepsl) — KOPOT-
ke ogHoHuTeBble dparmeHTsl JJHK, KoTOphle KOMIIEMEHTapHBI KpasiM TOTO y4yacTKa T€HOMa,
KOTOPBI COOMPAIOTCS pa3MHOXKATh (aMII—TH(QHUIIMPOBATH). ITH 3aTPaBKU THOPUAUIYIOTCS C KOM-
IJIEMEHTapHBIMU ydacTKaMu oqHOHUTEeBbIX Monekyn JJHK, mocne yero cneunanbHbiil (hepMeHT
(AHK-monumepaza) yninuHHsIeT 3arpaBku, ctpos monekyny JJHK nmo marpune (unukn 1). 3arem
MPOAYKTHI PEAKIIMH BHOBb ACHATYPUPYIOT U MPOLEAYPY MOBTOPSIIOT HEOOXOAMMOE YUCIIO pa3. 3a
20—30 nuKIOB M3 OAHOW MOJEKYJIbl MOXKHO MONMyuyuTh MuuioHbl konuii JJHK. Otot mponece
no00eH IeMHOM SASPHON peakluy, HO OCYIIECTBISETCS B MPOOUPKE C MOMOIIBIO CIEIIMATEHOTO
tdepmenta — repmocradbmibHoil JIHK—mo—numepassl. [1o 31Ol npudnHe OH U MOy4usI Ha3BaHUE
MOJIUMEPa3HOM IIEMHON peaKInu.

KoHeuHasn uenb — onpeaeneHue nosiHon
nocrnegoBaTenbHOcTU HykrneotuaoB B [1HK yenoBeka

JnuTtensHOE BpeMs MCKalu d(PPEKTUBHBIE METOMBI, TIO3BOJISIONINE ONPEACIATh MOCIE0-
BaTEJIbHOCTh HYKJIEOTHJIOB B JUIMHHBIX Mojekynax JIHK (Takoe ompeneneHune HyKI€OTHUIHON
MIOCJIEIOBATENBHOCTH MOITYYHIIO Ha3BaHUE CeKBEHUPOBaHMe, OT aHT. Sequence — Mociae10BaTelb-
HOCTh). Tonbko B cepennHe 70—X roJoB CEKBEHHpOBaHUE MpOTsKEHHbIX ydacTkoB JIHK crano
BO3MOXKHBIM. CBSI3aHO 3TO OBIJIO C M300pETeHHEM MPHUHLIMINAIBFHO HOBBIX MOAX0M0B. B 1976 1.
A. Makcamom u Y. I'miibeproM ObUT pa3paboTaH METOJ MPSMOTO CEKBEHUPOBAHHUS, OCHOBAHHBIN

Ha xumudeckor nerpagarnvu JJHK. B nanaoM ciydae ocymiecTBisieTcs: crierupuieckas XuMude-
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ckas pparmentanus ymHHoM nenu JJHK (monu—nyxkneoruna), paiuoakTHBHO MEYEHHOM C OJHOTO
KoHIIa. 3atem npenapat meueHor JIHK pas3nensiroT Ha 4eThIpe MOpIrY U KaXKIyro U3 HUX 00pabda-
TBIBAIOT PEAreHTOM, MOIUGUIMPYIONIIM OHO WJIH JBa M3 YETHIPEX OCHOBAHUH, COIECPIKAIXCS
B Hell. [locne pa3aenenus B cieliMaibHOM Iejie MEYEHBIX ()parMEeHTOB IO pazMepaM (C MOMOLIbIO
anekTpodopesa) Ha PEHTTEHOBCKUX IJICHKAX CMOTPSAT, YTO IIPH ATOM IPOUCXOANT C HYKJICOTHTHOM
IIOCJIEZI0BATENIbHOCTHIO, U HA OCHOBAaHUM ATOT'0 JIEIAI0T BBIBOJ O MOPSIIKE PACIIONOKEHUS HYKJIEO-
TUJOB ApYT 3a ApyroM B kaxaoM (pparmente JJHK. Ognako meron okasancs JOBOJIBHO CIIOKHBIM.
B craHoBneHnn 3TOro MeToia Ha €ro HauaJabHbIX 3TAIaX CYIIECTBEHHYIO POJIb ChITPAJl POCCUNCKUN
ydeHbIi akanemMuk A. JI. Mup3abekoB, paboTasimii B maboparopuu Y. ['mnbepra.

UyTh panbiie aHmmickuil yuensiii @pen CoHrep npeanokuia HHOH ciocol pacmu@poBKU
crpykrypsl JIHK, KOTOpBIif B KOHEYHOM HTOTe TMOCJIE Pa3HBIX MOAM(UKAIMA CTal OCHOBHBIM.
Cormmacao merony Canrepa mosekyny JJHK ¢ momomsro cnenuaibHoi 00paboTku hepMeHTaMu
HE TOJIBKO PaCILEIUISIOT Ha ()parMEeHThl, HO U «PaCIUIETal0T» €€ JBOWHYIO CIIMpallb HA JIBE HUTH.
[ToTom 1o kax1oMy 13 HOIYUYEHHBIX OOPBIBKOB «HUTEW» € IOMOLIBIO CIIEUATbHBIX 3aTPABOK BOC-
CTaHaBIIMBAIOT HepocTaouyo Bropyto HUThH JIHK. [Ipu 3TOM CMHTE3 BTOPOM HUTH OCYIECTBIIS-
€TCs1 HE IIOJTHOCTHIO, a C IOMOILBIO CIELIMATILHOTO NpueMa 00eCeunBaeTCs MPEKpallieHue CUHTE3a
CTpOro Ha OHOM U3 4 HyKJIeo—Tua0B. B pesynbprare 3Toro momyuasncs nadop neneit JJHK c pas-
HOM JUTMHOM — «JIECEHKa». JTa «JIECEHKa» CTAaHOBUTCS BUAMMON IT1a30M I1OCJE pa3/IeleHUs BCEX
(parMeHTOB 1O pa3MepaM 3a CYET TOTO, YTO KOHIIBI BCEX ()parMEHTOB COEPIKAT CIeNU(PUICCKYIO
— WM PaIMOAKTUBHYIO, HIIH ()ITyOPECUEHTHYIO METKY. CIIeyeT OTMETHTB, 4TO B Pa3pabOTKy 3TOTO
MIOMCTHHE PEBOTIOIMOHM3UPYIOIIETO METO/IA CYIIECTBEHHBIN BKJIA ] ObLT CACTAH M ABYMSI POCCHIA-
ckumu yaeHsiMu: ipodeccopom C. K. Bacunenxo u akanemukom E. /1. CBepanoBeIM.

3a pa3paboTky MeTon10B cekBeHupoBanus [ mnbdept u Canrep nomyumnn HoGeneckyto mpe-
muto. MuTepecHo, uto st CaHrepa ata Oblia y)ke BTOpas MpeMus, EPBYIO OH MOJIY4MJI 3a pac-
MHU(PPOBKY AMMHOKHUCIOTHOM MOCJIE0BATENBHOCTH IIEPBOTo OejlKa — MHCYJINHA.

Bce aBTOMaThI—-CeKBEHATOPHI, KOTOPHIE MOSIBIIIUCH TIO3JHEE, OBLIN TOCTPOCHBI 10 TIPUHITHITY
metona CaHrepa, MOCKOJIBKY OH OKa3alicsi Ooiee yaIoOHBIM JIJIsl aBTOMaTH3AIUU MPoIiecca U KOM-
IBIOTEPHON PETUCTPAIMK PE3YIBTaToOB. B HacTosee BpeMst psit KpyIHBIX (GUPM 3aHUMAETCS TIPO-
M3BOJICTBOM TaKUX aBTOMATOB, a TAaKXK€ CTAaHIApTHHIX HAOOpOB peakTuBOB g aHanuza JIHK.
CexBeHUpPOBAHUE CTAIO0 JOCTATOYHO PYTUHHOMU 1abopaHTCcKoi paboToii. A Meton Makcama—I mi-
OepTa UMeeT ceiiuac CKopee UCTOPUUYECKOE, YEM ITPAKTUUECKOE 3HAUYCHHE.

Bo Bcex cimyuasix 0CHOBHOE MPaBUJIO 3aKIF0YAETCs B TOM, 4ToObI B ipenapare JIHK, koTopsiit
COOMPAIOTCs CEKBEHUPOBATH, BCE )parMEeHTHI MMEITH, TI0 KpaifHel Mepe, OTMH OJMHAKOBBIN KOHETI,
T. €. OJIHY TOUYKY OoTc4eTa. B 3TOT (puKcHpOBaHHBII KOHEI BBOAAT PaIHOAaKTUBHYO (WiTH (yopec-
LEHTHYI0) MeTKy. [Tociie aToro npoBoAsT nanbpHeHne cnenu@uuecKie pacileryieHusi MOJIEKyI
C TTOMOIIBI0 (PEPMEHTOB MIIM XMMUYECKUX areHTOB II0 CTPOTO ONPENEICHHBIM a30THCTBIM OCHO-
BaHMSIM. YCIIOBHSI PacCIICIUICHHUS MIPH 3TOM TAaKOBBI, YTO HA KaKIBIH MEUEHBIN (hparMeHT B cCpe-
HEM MPUXOAUTCS OJIMH pa3pbiB. B pesynbrare nocie pacuierieHus: 0opasyercs Habop GpparMeHTOB
Pa3HO JUIMHBI, KaXIbIi U3 KOTOPhIX HAYMHAETCS B TOUKE OTCUETA, a 3aKAHYMBAETCS Ha WU Mepes
OIpe/IeTICHHBIM TUIIOM HYKJIEOTH/IA.

[TonmydeHHbIe pparMeHThI pa3aesisioT 110 pa3MepaM C IOMOILBIO 31eK—Topodopesa B resix.
Masenpkue pparmMeHThl ABMKYTCS ObICTpee Oosee KPYIHBIX, U B PE3YJIbTaTe TAaKOW MPOLEIyphI
BCE (pparMEHTHI BBHICTPAUBAIOTCS APYT 3a JIPYrOM B 3aBUCHMOCTH OT CBOEH JuiMHBbI. Pesynbrar
TaKOTO pa3/iesieHus U300pakeH CXeMaTuuecku Ha puc. 15.

Tak ocymecTBISIIOT cekBeHHpoBaHue Hebonmbmux (pparmenToB JIHK (He 6omee 1000 Hyk-
neotus1oB). Ho reHOMBI Jaske caMbIX MPUMUTHUBHBIX OpraHu3MoOB UMeroT pasmep cBsiire 500 000 .
H. Kak >xe ux cexkBenupytot? s sToro pa3paboraHo HeCKOIbKO cTpareruii. He Oynem BnaBaThest
B OJJPOOHOCTH, HO YKa)K€M Ha HEKOTOPbHIE OCHOBHBIE U3 HUX.
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CekBeHMpoBaHue NPOCTbIX reHOMOB

Jlnsg onpeneneHys HyKJICOTUAHON MOCIEAOBATENBHOCTH (T. €. IEPBUYHOM CTPYKTYPhI) KOH-
kpeTHoro paiiona JIHK B mepByro odepenb HEOOXOAMMO YIPOCTUTH €€, YTO JOCTUTAeTCs MyTeM
pa3pe3aHus ee Ha OTHOCUTENLHO KOPOTKUE GparMeHThl. Cenarh 3TO MOXKHO, HApUMep, € TIOMO-
HIbIO cTienUanbHBIX «cKambnenein» st JJHK — pepmenToB pectpukras, 0 KOTOPHIX yiKe 1ijia pedub
BBIIIIE.

[Ipu cexkBeHUpPOBaHUU MPOCTEUIINX OPraHU3MOB, Y KOTOPBIX T€HOM OTHOCUTEIHHO HEBEIHUK,
00BIUHO HUCIIONB3YIOT MPOIIEyPY, Ha3bIBAEMYIO YCIOBHO «cBepxy BHU3». Bero JIHK «paspesaror»
Ha KyCOYKH C TOMOIIIBIO YK€ YIIOMUHABIIHUXCS BBIIIE (DEPMEHTOB PECTPUKTA3, 3aTEM CEKBEHUPYIOT
9TH KYCOUYKHU O OTIENIbHOCTH, a MOCIIE «CKICUBAIOT» U3 HUX MOJTHBINA reHOM. « CKIICMBaHHE» OpH-
THHAJIa OCYIIECTBIISETCS 32 CUET TOT0, YTO HYKJIe—OTHUIHBIE TTOCIIEA0BATEIbHOCTH PAa3HbIX KyCOU-
KOB MEPEKPBIBAIOTCS IPYT C APYTOM, T. €. OAMHAKOBBI IO KOHIIAM. JTa METOAOJOTHS MONTy4Hiia
Ha3BaHUe «IpoboBukay. CyTh MTaHHOU MPOLEAYPHI OTpakeHa Ha puc. 16.
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CneuwancHble peakuwu B npobupkax,
NPUBOAALLME K OCTAHOBKE CMHTE3a Ha
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Frenomuan QHK

v PecTpuiinm u kaonHponanne

EPYIHEEX parmenTon
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Pe3ynbTHUPYIOWan HYKNeoTWOHaa nocnenoBaTensHoCcTh

Puc. 16. Cxema crpareruu «IpoOOBUKa», UCIIONb3yeMasl JIsl CeK—BEHUPOBAHUS OOJBIINX
mosnekya JJHK

OpHako B cilydae TaKoro OYeHb CII0KHOTO F€HOMa, Kak T€HOM 4eJIOBEeKa, Ha4yallu C Ipyroro,
a UMEHHO C OMpeesieHUs] MOJOKEHHsI U3BECTHBIX T€HOB U APYTUX NeHETHYECKHX MapKepoB Ha
OTJENIbHBIX XPOMOCOMaxX, TO €CTh C T€HETHYECKOTro KapThpoBaHus reHoma. [logoOnyro 3amauy
TeHETUYECKUMHU SKCIEPUMEHTaMU Ha OoJiee MPOCThIX 00bEeKTax mbITancs pemutsd euie T. Mop-
raH, KOTOPBIH 3a cBoM paboThl mory4rst Hobenerckyro npemuto B 1933 rony. Teneps mosiBHIMCH
6onee r¢dpexTuBHbIe MeTObl. ONMH U3 HUX, HA3bIBAEMBII METOJIOM «PaIHAllMOHHBIX THOPUTIOBY,
3aKiIroyaeTcs B cienyomeM. KieTku yenoBeka, pacTyllie BHE OpraHM3Ma B IUTATENIbHON cpejie,
00JIy4aroT peHTI€HOM, YTO MPUBOJUT K THOENIN KIETOK B pe3yibrare pa3pbiBa xpomocomHuoi JTHK
Ha KYCKH, cojiepariue ot 2,5 10 25 muH. . H. Ho npex e, yem youThie 00yueHneM KIETKH pac-
HaJyTCsl, UX CIMBAIOT C KJIIETKaMU XOMSIKa, B pE3yJIbTaTe Yero B pa3Hble KJIIETKU XOMSYKA MOMAal0T
pazubie Habopb! (pparmenToB JJHK uenoBeka. 3atrem «ruOpuaHbIE» KIETKH Pa3MHOXKAIOT B KYJb-
Type, PY 3TOM B HUX Hapsxy ¢ cooctBeHHoi JIHK permunupyroTcs u ¢pparMeHThl 9yKepOaHOM
JHK. 3arem onpenensitoT cocTaB U3BECTHBIX T€HOB M IPYTMX F'€HETUYECKUX MapKEPOB B KaXKI0M
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KJIETOYHOM JIMHUU U, CTAaTUCTUYECKU 00paboTaB MOITyUYEeHHbIE JaHHbIE, BEIBOASAT Hanboee Bepo-
SITHOE MX B3aMMHOE PACIONIOKEHHE B XpoMocoMax. B kauecTBe reHeTH4eCKUX MapKepOB UCTIONb-
30BaJIM Kak reHsbl, Tak U ¢pparmentsl JJHK ¢ HemsBecTHO# dynkuumeit. s kapTupoBaHUS XPOMO-
COM Ba)KHBIM CBOHCTBOM MapKEPOB SBIISIICS X MMOTUMOP(H3M, T. €. CYIIeCTBOBAHUE PA3HBIX (PopM
CpeIy UHIMBUYYMOB.

Tax ObUIM MOCTPOEHBI NIEPBBIE TEHETUYECKNE KAPThl FEHOMA YEJIOBEKa, Ha KOTOPBIX IEPBO-
HayaJIbHO OB OTMEUYEHBI PA3JIMYHbIE TEHETUYECKNE MapKEPhI, OTCTOSLIUE JPYT OT Apyra Ha pac-
CTOSIHMH HE 0oJiee 2 MIJJTMOHOB HYKJICOTUIHBIX Tap (MJIH. H. I1.).

3areM ObUIM COCTaBJIEHbI (PU3UUECKUE KapThl XPOMOCOM: IEPBOHAYAIBHO C pa3peleHUueM
0,1 miH. H. 1., a 3aTem 0,001 muH. H. 1. 111 9TOM 11€7TM Ha TIEPBOM 3Tare MPUMEHSIIH METO/IbI OKpa-
LIMBaHUSI XpPOMOCOM M TMOPUIN3ALUU C XpOMOCOMaMH in situ. V1 nuiib mo3aHee UCIOoIb30BaIN
pec—rpukTasbl. C HOMOIIBIO 3TUX YAUBUTEIBHO TOYHO paboTaromux pepmeHToB «apodunm» JJHK
10 CTPOTO ONPEJECIICHHBIM yYacTKaM Ha MUJIJTMOHBI [TEPEKPHIBAIOLIUXCS MEKIY COO0M MO HYKJIEO-
TH/THOM TIOCJIEI0BAaTEIFHOCTH ()PArMEHTOB, «Pa30upaIi KaXXIbli N3 HUX 110 OTACITBFHOCTH, TIOCTIE
Yero M3 HUX «CKJIeHBaJIW» opuruHai. «CkjienuBaHHe» MPOBOIWIN HA OCHOBAaHUM NEPEKPbIBAHUS
(parMeHTOB MO HYKJIEOTUIHON MOCIEI0BaTEIbHOCTU. TaK MOCTENEHHO LUIM BCE BBIIIE U BBIILIE.
[ToaTomy naHHast cTparerus noxy4uiia Ha3BaHue «CHU3Yy BBepx». Co BCell 0OUEBUIHOCTHIO MOYXKHO
CKazaTh, 4TO pellajach rpaHuo3Has o MaciTabaM U CIOKHOCTH 3ajada. U pemuTs ee yueHsbie
CMOTJIH TOJIBKO € TIOMOIIBIO CYTIEPKOMIIBIOTEPOB. B pesynbrare ObuTH co3MaHbl (PU3NYECKUE KapThl
pazubix obnacteit JIHK 1 nenpix XpoMocoM, COCTOSIIIME U3 NTOCIEI0BATEIbHO NEPEKPHIBAIOIINXCS
IpyT ¢ ApyroM ¢pparmeHToB. Habop Takux «poACTBEHHBIX» ()parMEeHTOB MOTy4nsI Ha3BaHHE KOH-
THr (puc. 16).

A nanee HacTyIMIIa OYepelb CEKBEHUPOBAHUSI OTACITBHBIX PECTPHUK—LIMOHHBIX (DparMeHTOB.
DTO NpPUBENIO B KOHEYHOM MTOTE€ K MOCTPOEHUIO CEKBEHCOBBIX KapT, HA KOTOPBIX CTEIEHb pa3pe-
mieHus1 OblIa TOBEJEHA JI0 CBOET0 MakcHUMasibHOTO 3HadeHus. Ecnu 20 et Hazan pacumdpoBka
HykieotuaHon nocnenoBarenbHoctr JJHK mouaoit 1000 m. H. cuuTanack OONBIIUM HAyYHBIM
JTOCTHKEHHEM (32 3TO MOKHO OBLJIO Cpa3y MOJMYyYHUTh CTETICHb IOKTOPA Hayk), TO yxke K 1990 roxy
cexBeHuponanue JJHK cramo maccoBoii TexHomoruen. A ceifuac KBann(UIMpOBAHHBINA J1a00paHT
MIPOZAENBIBAET TAKyl0 pabOTy BCETO 32 HECKOJIBKO YacOB.

[Tocne nosBnenust 3ppexTuBHBIX MeTOAOB cekBeHupoBanus JJHK u Heckonbkux cTpareruit
HCIIOJIb30BAaHUS 3TOTO METOJIa CTaJl CTPEMHUTEIBHO HapacTaTh Bajl paclin(ppOBaHHBIX HYKICOTU-
HBIX [1OCJIEI0BATEIbHOCTEH, B IEPBYIO OUYEPE/Ib TAKUX MPOCTHIX OPIaHU3MOB, KaK BUPYCHI, a TAKXKE
OTJENIbHBIX KJIIOHUpOBaHHBIX pparmeHToB JJHK paznnuHbIX BUI0B BBICIINX OPraHu3MOB. Tak, ele
B KoHIIe 1970—x TomoB ObUTa pacmmdpoBaHa CTPYKTypa MEPBOTO KUBOTO 00BEKTa — BUpyca Oak-
Tepuil — 6akTepuodara, o0o3Hauaemoro kak ¢X 174, umeromiero JymmHy 5386 1. H. 3aTeM nocie-
JI0Bajla o4epeb IpyTux.

B xon1e 80—x 1. OBUTH HAYaTHl KPYITHBIE MEX/TyHAPOIHBIC TIPOCKTHI, IENTBbI0 KOTOPBIX OBLIO
TOJIHOE CEKBEHUPOBAHNE TEHOMOB OaKTepuid, TpUOOB, IPOXKKEH, APO30(UITBI, MBI, TIIIICHUIIBI,
yenoBeka U Jp. [lepBoHavanbHo ObLTa ompeneneHa nepsudHas crpykrypa JJHK mukpoopranms-
MOB ¢ pazMepamu reHomMa 70 20 MIH. 1. H., K KoHIy 1998 1. ux yucio coctaBuiio yxe 18 (cm.
Tabx. 2). Hanmensmuii pasmMep reHomMa y cBOOOTHO JKUBYIIMX OPTaHU3MOB (Hampumep, y Oakre-
puu Mycoplasma genitalium) coctrasmsiet b okosio 600 000 1. H. Y 9T0it GaKkTepru COAEPIKUTCS
Bcero 500 renos, npuueM 150 u3 HUX (€ciM UX yoaJATh IO OJUHOYKE) HUKAK HE BIUAIOT Ha €€
KHU3HECIIOCOOHOCTh. Tak BO3HUKIIO MPENIOIOKEHUE, YTO JIEMEHTAapHAs «MallliHa KU3HU» TeO-
peTHYECKH J10JKHA paboTaTh MPU HAIMYUU BCEro Juib 350 reHoB.

[IepBbie 0OOBEKTHI 1J11 CEKBEHUPOBAHUS ObLIIM BHIOpAHBI HECITY4YalHO. BOIBIIMHCTBO U3 ATHX
MHUKpPOOPTaHU3MOB (apxeOaKTepHH, CIIUPOXEThI, XJIaMUI00aKTepHH, KUILIEYHAs Majloyka, BO30y-
JUTENN THEBMOHUHN, cudminca, reMopuing, MeTaHoOpa3yolye 6akTepuu, MUKOIUIa3Mbl, PUK-
KETCUH, [I1aHOO0aKTepHr) CIOCOOHBI BBI3bIBATh pa3jIMYHbIC NAaTOJIOTUH y YeioBeka. B Hacrosiee
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BpEMA MHOTHEC U3 3THX IIPOCKTOB YK€ 3aBCPIICHBI; UCCIICAOBAHO CBBIIIC 800 IOJIHBIX KJIETOYHBIX
TE€HOMOB MHKOIUIa3M, apXe0aKTepHii, KUIIEYHON MalOYKH, BO3OyauTenei psaa OoJe3Hei ueno-
BCKa, 4 TAKIKC IICKAPCKUX I[pO)K)KCfI, MAJICHBKOI'O YCPBA—HEMATOAbI, I[pO30(1)I/IJ'II>I 1 B€CbMa UHTC-
PECHOTO B IPAaKTUYECKOM IIJIaHe pacTeHUs apaduaoncuca. BecbMa BepoSTHO, UTO HCTUHHOE YHUCIIO
CEK—BEHUPOBAHHBIX K HACTOAIIEMY BPEMEHH T€HOMOB TOPa3o OOJIbIE, IOTOMY YTO MHOTHE (ap-
MareBTHIECKHe (PUPMBI 3aCEKPEUNBAIOT CBOU PE3YJIbTAThI, HE MyOIHKYS HX B OTKPBITOH MEYaTH.

Tabauua 2. Hexotopsle MUKpOOPraHU3Mbl, FTEHOMBI KOTOPBIX MOJHOCTbIO CEKBEHHUPOBaHbI
K HacTOAILLEMY BpEMEHU

Oprasmasm Pasmep Komagectso
{JI&TH}ICHGE BHIOBOC HHBBH.HHE} reHoOMA reHoB
(MuH. II. H.)
Avchacoglobus fulgidus 218 2436
Aguifex aeolicus 1,55 1512
Bacilfus subtilis 4,20 4100
Borvelia burgd orferi 1,44 BhH3
Chlamydia trachomaltis 1,06 505
Escherichia coli K-12 4.60 4288
Haemophilus inflienzae 1,83 1740
Helicobacter frylovi 199 1,64 14495
Helicobacter pylovi 26695 1,67 1590
Methanobacterium thermoautotroplicum 1,75 1855
Methanococcus jannaschi 1,66 1738
Mycobacterivum tuberculosts 4 .40 4083
Mycoplasma penitalivam (0,58 468
Mycoplasma preumoniae (0,82 716
Pyrococcus hovtkoshii 1,74 2061
Rickettsia prowazekii 1,12 B34
Synechocystis sp. 257 3168
Treponema pallidum 1,14 1041
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TAUHA TAUH 3A 6 MUINIMAPOOB OONNAPOB

Jlyuwe uzyuumeo auuinee, uem HUYe20 He U3y4ume.
Cenexa Cmapuiuii

Kmo xouem mnozo 3nameo,
momy HAO0O0 MA0 CRAMb.
Pyccxa}l nociaosuua

U BoT nomuta ouepens 10 pacmnpoBKH COKpOBEeHHeHmeH TaitHbl yenoBeka — JJHKoBoro
TEKCTa €ro reHOMa, KOTOPBI HEKOTOpble Ha3bIBatoT KHUrol »U3HU UK DHIUKIONEANEH dero-
BEKa.

Hamomuum emie pa3, kak Bce 3TO HaYMHAIOCh U mpoucxoamwio. B 1988 romy 0w co3znan
npoekT «['eHoMm uenoBeka» HaumonanbHoro uncrutyra 310poBbst CIIA. [maBoit pabot no nos-
HOMY CEKBEHUPOBAaHMIO T€HOMA YeJIOBEKa CTall HoOeneBCcKuii taypear Jxxeiimce Yorcon. OqHoBpe-
MeHHO B Poccuu ¢ 31oif e naeeit BeicTynui akageMuk A. A. baes. ['ocynapcTBenHas nporpamma
«I'enom uenoBeka» Obula mpuHATa B 3TOM ke rogy B CoserckoM Coroze. [lo3nHee k mporpamme
HOJKJIIOUUINCH IPYTHE CTPaHBL, U HIMPOKOMACIITa0OHbIE KOOPIMHUPOBAHHBIE UCCIIEI0OBAHUS CTAIN
IPOBOAMTHCS MO STHI0W MeXITyHapoaHo# opranm3anuu Human Genom Organisation (HUGO).
Ha pa0oty no cekBeHHMpOBaHMIO FT€HOMA YEJIOBEKA, OCYILIECTBICHHYIO 3TUM MUPOBBIM KOHCOPIIH-
yMOM, ObLIO IOTpa4eHo B cyMMe Oosee 3 MuiinapaoB noiapoB. B Poccun unenamu stoit opra-
HU3AIUH SBIISIOTCS CeroiHsa okoio 80 poccuiickux yueHbIx (mpencenarens Poccuiickoro cosera
1o reHoMy yenoBeka — akaaeMuk JI. JI. Kucenes). 13 24—x xpoMocoM reHoma 4eoBeKa yueHble
Poccun B 0OCHOBHOM KOHIIEHTpUpoBaiuch Ha 3—ii, 13— u 19-i1 xpomocomax. IIpu 3tom Hemo-
cpenctBeHHO cekBeHupoBanueM /IHK oHu 3aHMManuch o4eHb Majio, OCHOBHOE BHUMaHHE ObLIO
oOpallleHO Ha CTPYKTYpHO—(YHKIIMOHAJIbHbIE HCCIIEI0BaHMsI TeHOMa. B MaTepuanbHOM OTHOILIE-
HUH Halll BKJIa]] ObIJI HACTOJIBKO CKPOMEH, YTO ceiyac mpy OOIIMX MOACYETax ero BOOOIIe He YIH-
THIBAIOT.

[lepBoHa49ambHO OTPOMHBIN 00BEM IPEACTOAIICH PA0OTHI OUEHB ITyTajl MHOTHUX HCCIIE0Ba-
Tenel. M nelicTBUTENBHO CUTYyallMs Ha NEPBBIX ATanax He Oblia CIUIIKOM OoOHajaekuBaroeil. B
nepsble 2 rofa padoTel npoekTa «['eHoM yenoBeKay CKOpOCTH CEKBEHUPOBAHUS OBbLIHU €I11€ OUYEHb
HU3KAMU. {7151 TIOMHOTO 3aBepiieHusi paboThl TAKMMH TEMIaMH MOTpedoBasiock Ob1 okono 100
JeT. DTo yApy4ano OJHUX HCCIENoBarelei, HO He ocTaHaBiauBano Jpyrux. [lociaennum crano
OYEBUIHO, YTO PELICHUE NAHHOW 3a/laud HEBBIMOJIHUMO TPAJULIMOHHBIMU METOAaMU U HEOOXO-
JIM TIOMCK HOBBIX TOJXOJ0B M TEXHOJIOTHUH paciin(pOBKH HYKICOTHUA—HBIX MOCIIEIOBATEIBHO-
creit pparmentoB JIHK, a Takxke co3ganne HOBOW BBIYUCIUTEIHLHOW TEXHUKH W OPUTHHAIBLHBIX
KOMIIBIOTEPHBIX MporpamMM. Bce 310, KOHEYHO, ObUTO HEBBITIOHUMO B PaMKaX OTIEIBHO B3STOTO
rocyaapcTsa. 1o 3Toll npuyrHe K NPOeKTy ObUIM MPUBJIEYEHBI 0KOJIO 20 pa3IuyHbIX CTpaH, opra-
HU30BaH MEXIYHApOIHBIA OaHK JaHHBIX, Ky[a MOCTaBIsIIach Bca MH(GOpMAINHs, TOTyYeHHAs B
IpoLEecce PellIeHUs JaHHOU 3a1a4u. B pe3ynbrare TeXHUUECKMX HOBAllMil IOCTENEHHO BO3pacTala
IPOU3BOAUTEIBHOCTD aNIaparypbl, CTAIW UCIOIb30BATh IPOMBIIITIEHHbIE pOOOTHI, MHOTHE IIPO-
1iecChl ObUIM aBTOMATU3UPOBaHbI. M BCKOpe CKOpOCTh CeKBEHUpPOBaHUs JocTUria 10 MIIH. HyKJI€o-
TUAHBIX Nap B cyTku! Teneps yke BBIOJHEHUE MPOEKTa CTAJI0 peaibHOCThIO. 3a 1995 1. nuHa
yuyacTkoB JIHK 4enoBeka ¢ yCcTaHOBIEHHOM MOCJEI0BATEIbHOCTBIO HYKJICOTUIOB YBEIHMYHIACH
noutu B 10 pas, Ho 3T0 cocTasisuio emie meHee 0,001% ot Bcero renoma uenoseka. K Hauamy 1998
I. OBIJIO CEKBE—HUPOBAHO BCETro 0K0JI0 3% reHoMma.

[TpumepHo B 3T0 Bpems Kk padote no cexkBernpoBanuio JJHK uenoBexa Heoxu1aHHO PUCO-
eIMHUIIACh YacTHAs aMepuKaHCKas komnanus u3 mrara Mepuieny «Celera Genomicsy 1oz pyko-
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BoAcTBOM Kpera Benrte—pa, kotopast 0OBsiBMIIA, UTO 3aKOHUYUT CBOIO PabOTy Ha 4 rona paHblie
MEXIyHapOIHOTO KOHCOPLIMYMa. DTO CUJIbHO MOJIXJIECTHYJIO BCEX YYaCTHUKOB.

CrnemyeTr OTMETUTB, 4TO ABa KOHKypupyromux kouiektuea — HUGO u Celera — ucrons3o-
BaJIM B CBOEH paboTe pas3Hble 1oxo/1bl K cekBeHn—poBanuto JJHK. Oty pasHuily MoxHO cpaBHUTH
C TIPOIIECCOM CO3/IaHUS MOIPOOHON MapIIPYTHOM KapThl. MOKHO OmucaTh MOAPOOHESUITIM 00pa-
30M KaXIyI0 TOPKY, K&KIYI0 KaHaBKY, K&KIBIH Oyropok. A MOXXKHO ONMHCaTh BECh MyTh, HO MPH
3TOM OTMETHUTH TOJBKO HanOojee BaKHbIE yUacTKH. MeXIyHapOIHBIH KOHCOPIIMYM MPUMEHHI B
CBO€i paboTe TpaAULIMOHHBINA METO/I, KOTOPBIN 3aKIIIOYAJICS B TOM, YTO «Kycoukn» monekyn JTHK
BBICTPAauBAJIM JIPYT 3a JPYroM: CHadaja JAeJlald KapThl XpOMOCOM, a IOTOM IO HUM «IPOTYJIH-
BaKCHY. TakuM 00pa3oM, yUeHbIe TepsUTH BpeMs Ha MOJITOTOBKE Marepuaia, KapTHPOBAHUH, HO
BBIMTPBIBAJIN B CEKBEHU—POBAaHUU — HE HY>KHO OBLIIO IIOMHOTY pa3 JeJaTh OJHO U TO k€. PykoBo-
nutens komnanuu «Cenepa» Kper BeHnTep mpeniokuil yCKOpPEHHBIM BapHaHT, TaK Ha3bIBACMbI
«ILIpanHEeIbHBIN» METO/ paCIIMPPOBKU CTPYKTYPHI LIEIOr0 FeHOMa. DTOT METOA IPEAYCMaTprBaeT
paszerneHue Bcero reHoma Ha Hebombiue ¢pparmentsl JJHK 6e3 mpeaBapuTenbHOro uX KapTupoBa-
HUS, a 3aTeM pacIIn(PpoBKY MOCIEI0BATEILHOCTEN C HCIIOIBb30BAaHUEM BEICOKOTIPOU3BOUTENBHBIX
aBTOMAaToOB U «COOPKY» (PparMEHTOB B HY>KHOM IMOPSIIKE C IOMOILBIO CYNIEPKOMIIbIOTEPA C yue-
TOM COOTBETCTBUS MEPEKPHIBAIOLINXCS HYKJICOTHIHBIX MOCJIEOBATENbHOCTEN HA KOHLAX (par-
MEHTOB. Bce 310 HamomMuHaeT cOOpPKY TMraHTCKOIO HEM3BECTHOIO Ma33jia MO OTJEJIbHBIM COBEP-
IIEHHO a0CTPaKTHBIM ero gparmMeHTam. MeTol, KOHEUHO, Ka3aJCsi O4€Hb MPOCTHIM, HO MPH 3TOM
OJTHU U T€ K€ «KyCOUKU» HEU30EKHO IMOoMajgaiu B anmnapar—cekBeHarop no 10, a To u o 20 pas.
«Celera», KOHEUHO XKe, Tepsla Ha TOM, YTO 110 MHOTY Pa3 CEK—BEHHPOBAJIa OJHU M T€ K& (par-
MEHTBI, IOCKOJIbKY J10 Hayasla UX CEKBE—HUPOBAHUS HUYETO O HUX HE 3Hajla. DTO Ka3aJl0Ch MHOTUM
HEIPOU3BOIUTENBHON TPaTON CpeAcTB U BpeMeHU. Ho B KOHEUHOM HTOre B pe3yJbTare UCIOJIb-
30BaHus cBoero noaxona «Cenepa» CHIBHO C3KOHOMUIIA BpeMs M JIEHbI'M Ha IPEIBapUTEIbHON
MOATOTOBKE MaTepHalia, TaK KaK Hy>KHO ObLTO TONbKO pa3apoouts IHK Ha ¢pparmeHTHI 1 He 3aHH-
MaTbcsl TPYAOEMKHM IMPOLIECCOM UX MpeABapuTesbHOro kapruposanusa. Kpome toro, «Cenepa»
MIOYTH C CaMOT0 Hayajia MCIOJIh30Baja CIIeHUAIBHBIA pOOOT, KOTOPBIH CIIOCOOEH aBTOMAaTHUECKU
pacumdposBats JJHK. DTOT pob0T 001a12)1 CIOCOOHOCTHIO METUTH pa3Hbie «OykBbDy JIHKOBO—
r'0 TEKCTa pa3INuHbIMU (PIOOPECIUPYIOIIMMU KpacKaMH, a 3aTEM C IIOMOUIBIO JIa3epa CUUTHIBATh
MIOCTIeIOBATEIFHOCTH LBETOB, KaK IOCIIEI0BAaTEIBHOCTh OyKB. OTpoMHBIN 00beM HH(MOpMaUu
o0pabaTsIBajCs ¢ TOMOIMIBIO YHUKAJIBHOTO CyrnepkommbioTepa. Celera mo—naruHCcku 0003HAYaeT
«ObIcTpas». Y komnanus onpasaana ceoe HazaHue. Eie B 1995—M rogy Ha ocHOBE IpeIoKeH-
Horo BenTepoM mojxona ObLIO OCYIIECTBIEHO CEKBEHUPOBaHUE reHoMa Oaktepuu Haemophilus
influenzae. A xorna «Cenepay» NpucTyIuia K CCKBEeHUPOBAHUIO T€HOMA YeJIOBEKa, TO U 3/1€Ch 100U-
Jach OOJIBIIOTO ycrexa, ObICTPO BCTAB MO YHCIY CEKBEHHPOBAHHBIX HYKJIEOTHHBIX MOCIEI0Ba-
TEJIbHOCTEN T€HOMa YeJIOBEKa BPOBEHb C MEKyHAPOJHBIM KOHCOPLILYMOM.

Hauanacs OecripumepHasi B Hayke roHka. J[Ba kojuiekTHBa paboTalii HE3aBUCUMO, HE yKaJies
CHWJL, YTOOBI IPUATHU K GUHUILY IEpBBIMU. TeXHOIOTHsI BCE BpeMsi COBEpIIEHCTBOBaNACh. B pe3yib-
TaTe KECTKOW KOHKYpEHILIUU Oblia CO37jaHa, MOYKHO CKa3aTh, HOBas MHAYCTpPHSI 110 CEKBEHU—POBa-
nuto IHK. B Aurmuu, CIIA, ®pannuu, ['epmanuu, Anornn mosiBUINCH THTAHTCKUE aBTOMATH3H-
poBaHHbIE (PAOPUKU — TEHOMOTPOHBI, — CEKBEHHUPYIOLIUE 110 HECKOJIBKO MUJUTMOHOB HYKJICOTUI0B
B HEJIEIIIO.

U BoT mpou3011110 10T0KIaHHOE COOBITHE: B IeKaOphCKOM HOMepe xypHaia Nature 3a 1999
rojl MOSIBUJIACh CTaThsl MoJ] Ha3zBaHueM «Hykie—OoTHaHbIE MOCIe10BaTEIbHOCTH IEPBO XpOMO-
COMBI UeJIOBEKa». B 3TO# cTaTbe KOJUIEKTHB, COCTOSIINN 13 00JIee 9eM ABYXCOT aBTOPOB, COOOTIIHIT
0 MOJIHOM CEKBEHUPOBAHUH OJTHOM M3 CaMbIX MaJIbIX XPOMOCOM Y€JI0BEKA — XPOMOCOMBI [TO]] HOME-
poM 22. BrIxos 3TOM CTaTbu OKOHYATENIBHO MOATBEPANI TOT (AKT, UTO MPOEKT «I eHOM UenoBeKa
Oyznet BbInonHeH. [Iponsoieaiiee coobITHE HEKOTOPBIE yUEHbIE CPABHUIIH C IIEPBBIM B3IVISIIOM Ha
naHAma(T HOBOM TIAHETHI.
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Mexay pa3HBIMH YYaCTHHKaMU TOHKH, ITPH30M B KOTOPOH ObLia TMOJHAs MOCIIEeI0BATEIb-
HOCTh HYKJICOTHJIOB I€HOMa 4YEJIOBEKa, C CaMOI0 Hayaja BO3HMKIIO €II€ OJHO CYIIECTBEHHOE
npotuBopeune. CyTh ero 3akiroyanach B TOM, uto Bentep u ero xommnanus «Cenepa» HacTau-
BaJIM Ha MpaBe MHAWBUIyaJIbHOTO BJIAJCHUSI BCEMH JIaHHBIMM, [TOJTyY€HHBIMU NIPU YCTAaHOBJICHUU
HOCJIEZI0BATEIbBHOCTH HYKJICOTHU/IOB, U BO3MOXHOCTH MOJy4YaTh KOMMEPUECKYIO BBITO/ly OT BCEX
BUJIOB UCIIOJIb30BaHUs ATUX MaTepUaioB. PykoBonuTenu MeX IlyHapOJHOTO POEKTa CYUTAIIHU, YTO
Pe3yNbTaThl pacupOBKY FEHOMA JOJKHBI OBITh JOCTYITHBI BCEM YUSHBIM U HCTIOJIb30BATHCS UMH
0e3 BcskUX orpaHnyeHuil. Crop JOCTUT TaKOTO HaKaJla, 4YTO B 3TO BBIHYK/I€HbI ObLIM BMEIIATHCS
Jake MIaBbl pa3HbIX npaBuTenbeTB. BecHoit 2000 rona npesunent CIIA bunn Knunton u Opu-
TaHCKUN MpeMbep—MUHUCTP ToHM Biiap BBICTYNHIN C COBMECTHBIM 3asiBJIEHHEM, B KOTOPOM MO/~
JIepKaau MO3ULIMI0 PYKOBOAUTENEH MEXIYHAPOJHOTO NpoekTa «l eHoM yenoBeka». B koHeuHOM
UTOTe KOHCEHCYC ObUT 1OCTUTHYT, U B utoHe 2000 roza 1Ba KOHKYpHUpYyIoLnX KojuiekTuBa — «Celera
Genomics» U MEXITyHapOAHBIH KOHCOPIIMYM, — O0OBEIMHUB CBOH JaHHBIC, O(UIHATIHLHO OOBSIBUIN
0 TOM, YTO UX COBMECTHBIMHU YCUJIMSIMU B 1I€JIOM 3aBEPILICHO CEKBEHUPOBAHUE T'€HOMA YEJIOBEKa,
CO3/1aH €T0 YEPHOBOW BAPUAHT.

[IpoexTt «I'eHOM YenoBeKa» OKa3ajucs OJHUM U3 HauOojee 1ep3HOBEHHBIX, 1OPOTrOCTOSAIINX
U MOTEHLIMAJIbHO Ba)KHBIX MPOEKTOB B MCTOpUU HaykH. COINacHO NMEpBOHAYaJbHBIM pacyeTaM,
pabora o pacmmdpoBke reHOMa YeloBeKa JOJDKHA Oblia OKOHYUTHCS B 2005—M TOqy M CTOWTH
B 00IIeH CIIOKHOCTH 3 MIIIIHapaa AoyuiapoB. Ho U3HB BHECTIA CBOM CYIIECTBEHHBIE TIONPABKH,
¥ B KOHEYHOM UTOTE TIPOEKT PEaT30BajICs Ha 5 JIeT ObICTpee, HO Ha eTo pean3aluio morpedona-
JIOCh Y€ IPUMEpPHO 6 MUJUIMAP/IOB JOJUIAPOB, T. €. UyTh MEHBIIIE YEM 110 2 J0JIIapa 3a Kaxayko
napy HyKJIeoTHa0B. [lonoaHuTeNnbHbIe 3 MUJUTHAP/A A0UIApOB ObLTN J0OABIEHBI YACTHBHIM KallH-
TAJIOM TPUCOEANHUBIIEHCS o3nHee kommanuu Celera Genomics. Hayunbie myOnukanum uepHo-
BOTO BapHaHTa CTPYKTYpPbI TeHOMa 4eioBeKa nosiBiiuch B (heBpasie 2001 rona. KauecTBo cexBe-
HUPOBAHUS JIOCTATOYHO BHICOKOE U MPEATIONATaeT B CPETHEM HAIMYHE TOIBKO OJHOTO OIIHO0YHO
OTIPEICIIEHHOTO HYKJIEOTH 1A Ha TPOoTshKeHuH Oomee 50 ThIC. . H.

Hrak, Ha cerogHsAIHUN I€Hb B OCHOBHOM I'€HOM YE€JIOBEKa CEKBEHH—POBaH, T. €. ONpeae-
JIEH MOPSIJIOK PacIoIoKEHUs HYKJIeoTu0B Bo Bcex Monekynax JIHK Ha Bcex xpomocomax. Tekcr
3TOT orpomeH. [1o mocieHUM JaHHBIM OH COCTOUT U3 3,2 MUJUTHAPIOB «OykB». Bes ata uH)Op-
Malys Tenepb COAEPKUTCS B CBEPXMOILHBIX KOMIBIOTEPaxX (KHUra ¢ 3TUM TEKCTOM HE M3JaHa U
enBa i OyaeT m3gaHa Korga—im0o). Bokpyr 3Toro coObITHS cpa3y e MOMHSIICS HEBEPOSTHBIN
myM 1 axuorax. Ho Tosnbko criennaaucTsbl NOHUMAIH O KOHIIA U TOT OPOMHBIN ycreX, KOTo-
PBIii OBUT IOCTUTHYT B pe3yJIbTaTe pealin3aliiil IepBOTro dTara MporpaMMBbl, U CBEPXTPYIHOCTD TEX
3a/1a4, KOTOpbIE €IIE MPEICTOUT PEUIUTh YEJIOBEUECTBY A0 JTOCTHXKEHUS KOHEUYHOH Lenu. BaxHo
IIOHMUMATh, YTO BCE MPOU3OIIEAIICEe HE 03HAUYAET aBTOMAaTHYECKH, YTO TEHOM 4eJIoBeKa pacimd-
POBaH, 4TO MBI MOXKEM Y€ 3TOT TEKCT YHTATh KaK JIOOYIO APYTYI0 KHUTY 0€3 BCIKUX MpOoOIieM.
CexBeHupoBaHUE (ONpeaeeHUE NOCIEI0BaTEIbHOCTEN HYKJICOTHIOB) HE IPUBOIUT aBTOMaTH4E-
CKH K TOHUMAaHHIO TOTO, YTO HAMKCAHO (T. €. COOCTBEHHO TOBOPS, K pacmiudpoBke). C UMEIOIIMCs
TEKCTOM IPEICTOUT €Ill€ OUYEHb JI0JITO pa30upaThCsi, B YaCTHOCTH, IMPAaBUILHO PACCTABUTh 3HAKU
MYHKTYyalliH, BBIBEPUTH ONEUATKU U Ap. I 1e—T0 OHU y’ke HaMEueHBl, a TJe—TO €IIe NPEACTOUT UX
npocTaBUTh. PaciindpoBars HyKJICOTHIHYIO MTOCIEN0BATENBHOCTh — 3TO BCE PaBHO, YTO YUTATh
KHUTY, IPOCTO MPOU3HOCS Ha3BaHMs OykB moapsii. HaiiTu reH 3HaYUT MOHATH, Kak OyKBbI CKJIa-
JbIBalOTCA B cioBa. Ho Hy»HO ele moHsTh U cMbIca ¢pas3sl. U 310 Teneps oCHOBHAs mpobiema.
Kpowme toro, ciemyer emie no6asuth, uto JJHKOBEII TeKCT HamucaH Ha «MEPTBOMY SI3BIKE, B pac-
MHU(PPOBKE KOTOPOr0 HayKe MOMOYb MOMPOCTY HEKOMY — HaJESAThCSl HY’KHO TOJbKO Ha ceds. Kax
BOOOpPaKEHUE KOIIKU BO JIBOPLIE AHIIMICKON KOPOJIEBBI HE MOIHAJIOCH BBILIE MBIIIKH, TAaK, BEPO-
SITHO, 0OCTOMT JI€JIO U C HAIlIUM CETOJHSIIHUM IOHUMaHueM reHoMa. Bee 6orarcTBo 31011 DHIIMK-
JIOTIEZIMM HaM €IlIe MPEICTOUT OCO3HATb.
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VY yurarens MOXKET BOSHUKHYTb BIIOJIHE €CTECTBEHHBIN BOIPOC: T€HOM KaKOTO K€ YeJIOBEKa
OIIpe/IENIEH B PE3y/bTaTe ITUX TUTAHUUECKUX YCUJIMM, KTO 3TOT KOHKPETHBIN yenoBek? YeTkoro
OTBETAa MOKA HET, HO SICHO, YTO 3TO HE OJUH 4YEJIOBEK, a, MO0 KpaiiHel mepe, 7—10 pa3nuuHbIX
mronei. CoriacHO MMEroInMcs TaHHbIM, Gupma Celera B OCHOBHOM OPHEHTHPOBAJIACH HA TEHOM
OJTHOTO Y€eJI0OBEKa, 0 KOTOPOM M3BECTHO JIUIIb, YTO 3TO OEJIbId MyKUMHA cpeiHero Bo3pacta. Cko-
pee Bcero, 3To ObUT caM raBa Kopropauu Kper BeHtep, XoTs Apyrre HCTOYHUKH YTBEPKIAIOT,
yto Celera nucnosnp3oBana 5 4enoBek (3 My 4YUH U 2 KEHILUHBI), OTHOCSILUXCA K Pa3HbIM pacaM —
apo—aMepUKaHCKOM, MOHTOJIOMIHOM 1 €BpOoneonIHON. MexayHapoIHbII KOHCOPLUYM HCIIOJb-
30BaJl B CBOEH paboTe Marepral He MEHEE CEMU Pa3IMUHbIX Jifofieil. B mobom ciyyae kaxabiid u3
JIBYX CONEPHUYABIINX KOJUIEKTUBOB Opau s aHanu3a JIHK u3 cBoero ncrounuka. A B pesyib-
TaTe ONyONMKOBaHAa yCpEeIHEHHasi HYKJIEOTHI—Hasl MOCIEeI0BaTebHOCTh OAHOIO YEJI0BEYECKOro
reHoma.

Ha ocHOBaHNY MONyYEHHBIX JTAHHBIX MBI CETOJHS HMEEM OOIIYI0 XapaKTePUCTHKY HYKJIEO-
TUAHBIX TociienoBatenbHocTeil JIHK, oOpasyrommx reHoM yeioBeka, KoTopas He OyleT cylie-
CTBEHHO ME€PECMOTPEHA B JajbHeimeM. MOXXHO 0KUAaTh, 4YTO MHOXKECTBO JeTaliell emie Oyner
YTOUHATBCS M MEHATHCS, HO OOIIas XapaKTepUCTHKa O€3yCIOBHO OCTAHETCS] HEM3MEHHOU. JTO
CPOJIHU JI0TMary MarcKoi HemorpemuMoctu: Roma locuta res finita est (Pum cka3an cBoe ci0Bo,
JIe7I0 OKOHYEHO).

Tenepb BCIOMHUM OCHOBHBIE 3TAllbl, 10 KOTOPHIM JBUTAJIaCh HayKa Ha IMyTH K JOCTUXKEHHUIO
MIOJIHOTO CEKBEHUPOBAHMsI T€HOMA YeJIOBEKa.
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OCHOBHbIE BEXU TEHETUKWA U TEHOMUWKW

Inventas vitamjuvat excoluisse per artes.
H300pemenus ynyuuarom sHcu3nb, UCKYCCHME0 YKpauidem ee.
Haonuce na nodenesckoii medanu, gppaza uz «Ineudvty Bepeunusn

1865 rox

Otkpsitue I. Mennenem (1822—1884) ¢akTopoB HAacIEACTBEHHOCTH U pa3paboTka rudpu-
JIOJIOTUYECKOT0 METO/1a, T. €. MPaBUJI CKPELIMBaHUs OPTaHU3MOB U yueTa IPU3HAKOB y UX [TOTOM-
CTBa.

1868 rox

@. Mumiep u3 criepMsl JI0cocst BbLenui ochopcoaeprkariee BEmecTBO, IPOUCXOISINEE U3
KJIETOYHBIX S1/1€p, KOTOPOE OH Ha3BaJl HYKJIEMHOM (TEIepb €ro Ha3bIBAIOT J€30KCUPUOOHYKIIEHHO-
BOM KHCJIOTOK).

1871 rox

Y. MapBuH myOnukyeT cBoto KHUTY «IIpoucxoxaeHue yenoBeka 1 oJoBoi 0TO0p».

1875 ron

@. ["anpTOH 1EMOHCTPUPYET BOZMOKHOCTh MCIIOJIb30BAHUS OJU3HELOB JUIsl U3YYEHUSI OTHO-
CUTEJIbHOTO BIIMSHUS HA OPraHU3M HaCJIEJICTBEHHOCTU U OKPY’KaIOLIEi cpeibl.

1900 rox

dopmasibHOE POXKACHHE TeHETHKM Kak Hayku. HezaBucumas nyOnukanus crareit . ne
®pusa, K. Koppenca u 3. Uepmaka ¢ U310KEHUEM OCHOBHBIX 3aKOHOB HaciienoBaHus. «llepeot-
KPBIThD» U CTaJIM U3BECTHBI IIMPOKOM HayyHOU 0o0LIeCTBEHHOCTH uccienoBanus [. Mennens.

1902 rox

B. Carton u T. boBepu He3aBUCUMO CO3aI0T XPOMOCOMHYIO TEOPHIO HACICICTBEHHOCTH.

1905 rox

VY. B3TCOH mpearaeT ciIoBO «TEHETHKa» (OT Iped. YUyvOpol — MOPOXKIaTh) AJii HOBOIO
HarpaBJIeHUs HAyKHU.

1910 rox

T.I. MopranoM yCTaHOBJIEHO, YTO I'€HbI PACIIOJIO’KEHBI B XPOMOCOMAaXx B IMHEHHOM IOPSIJIKE,
oOpa3ys IpyIiibl cuerieHus. Mopral ycTaHOBHII TaKKe 3aKOHOMEPHOCTH HaclleI0BaHUs PU3HA-
KOB, CcIeTuIeHHBIX ¢ TtosioM (HoOenesckas mpemust 1933 1. mo pusnonoruu u MEeAUIIMHE 32 SKCIIe-
pUMEHTaIbHOE 00OCHOBAHNE XPOMOCOMHOM TEOPUU HACIIECTBEHHOCTH).

A. Kéccenb nonyunn HobeneBckyro mpeMuIo 0 XMMHUU 3a YCTAaHOBJIEHHUE TOTO, UTO B COCTaB
JIHK BxozAT 4eTbIpe a30TUCThIX OCHOBAHUS: aJle—HUH, T'YaHUH, IUTO3UH U TUMHH.

1922 rox

H. W. BaBunoB chopmMynupoBall «3aKOH TOMOJIOTUYECKUX PSJIOB» — O Mapajieanu3Me B
U3MEHYMBOCTH POACTBEHHBIX I'PYII PAacTEHHUH, TO €CThb O T€HETUYECKON OIU30CTH 3TUX TPYIIIL.
3akoH BaBmiioBa ycTaHOBHII ONpeNeeHHbIe paBmiia popMOoOOpa30BaHUs M TIO3BOIMI MIPEICKa-
3bIBaTh y JAHHOT'O BU/IA €1II€ HE OTKPBIThIE, HO BO3MOXHbBIE PU3HAKHU (aHaJorus ¢ cucreMoii Men-
JIeTieeBa).

1925 rox

I A. Haacon, I'. C. ®ununmnos, I. Miosiep npoBOIAT MEPBHINA UK padOT MO pagualiioH-
HBIM METOJ]aM UHyKIIUU MYTalui.

1926 rox

C. C. YeTrBepHKoB Hamucall CTaTblo, 3aJI0KHUBIIYI0 OCHOBBI MOMYJISIIIM—OHHON T€HETUKU U
CHUHTE3a T€HETUKU U TEOPUU IBOJIIOLINU.

1927 rox
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I'. Mrosutep noka3air MyTalluOHHBIH AP GEKT peHTTEHOBCKUX JTyuel, 32 uTo B 1946 I. momy 4wt
HobGeneBckyro mpeMuto B 001acT (GPU3HOIOTHHA U METULIUHBL.

H. K. Konp1ioB BBIIBHHYI HIEI0 MATPUYHOTO CUHTE3a, KOTOPasi U CErofHs OTBEYAET COBpe-
MEHHBIM IPECTaBICHUSAM OHOJIOroB: «B OCHOBE Ka)kKJ10M XpOMOCOMBI JIEKUT TOHYANIIasi HUTb,
KOTOpasi MPEACTABIISAET COOOM CIUPANIBHBIN Psii OTPOMHBIX OPraHUYECKUX MOJIEKYN — reHoB. Bo3-
MOJKHO, BCSI 9Ta CIIUPAJIb SBJISIETCS OJHOW TMTaHTCKOM JUTMHBI MOJIEKYJIOM.

1928 rox

OtkpbiTuE siBIEHUS TpaHchopmanuu y O6axkrepuil (P. Ipudpdur).

1929—1930 roast

A. C. Cepebpogckuii 1 H. I1. JIyounus BrepBbie TPOAEMOHCTPUPOBAIIN CIIOKHYIO IPUPOTY
OpraHM3alliy T'€Ha; MEepPBbI€ peabHbIE LIaru Ha IMyTH CO3/1aHUs COBPEMEHHOI'O IIPEICTABICHUS O
TOHKOW CTPYKTYp€E T'€Ha.

1931 rox

bap6apa Mak—KnuHTOK mpoieMOHCTpHUpOBaja HAIMUKUE KPOCCUHIO—BEpa.

1934 rox

H. I1. Ayounun u b. H. CugopoB oTKpbu 0c00bIH THT 3 (eKTa MOI0KESHHUS.

b. JI. ActaypoB ocyiiecTBUJ yCIIEIIHbIE ONBITHI IO MOTYYEHHIO y IIEJIKONpPsAa TOTOMCTBA
U3 HEOIJIOJOTBOPEHHBIX SUI (OHO U3 CaMbIX MHTEPECHBIX TOCTHKEHUN B IPUKIIAJHOW T'E€HETUKE
TOTO BPEMEHH).

1935 rox

H. B. TumodeeB—Pecorckuii, K. I'. Llummep, M. Jlenb0Oprok oCyieCcTBUIN IKCIIEPUMEHTATTb-
HOE ONpefiesieHue pa3MepoB reHa. ViMu naHa TpakTOBKa I'eHa C MO3ULMNA KBAaHTOBOW MEXaHUKH,
TEM CaMbIM OBLI CO3aH PyHIAMEHT IS OTKPBITHS CcTpyKTypbl JTHK.

1940 rox

JUx. bunnu D. Tatym chopMyarpoBaii TEOPUIO «OIUH reH — onuH Gpepment. (HobeneBckast
npemMus 1o GU3NoNOTUU 1 MeauiuHe 3a 1958 1).

1943 rox

N. A. Panonopr, L. Aysp6ax u Ix. [. PoOcon BrepBble Mokazanu MHAYKLHMIO MyTalui
XMMHYECKUMH BEILIECTBAMHU.

1944 rox

0. OBepu, K. Makneon u M. MakkapT yCTaHOBWJIH, YTO «BEIIECTBOM reHay ciryxut JJHK.
Hagaio «oper JJHK».

M. JlensOprok, C. Jlypus, A. Xepiiu npou3Bean MUOHEPCKUE UCCIEAOBAHUS 10 TCHETHKE
KUIIEYHOU MajouKy U ee (aros, MOCJe Yero 3Tu 00bEKTHI CTAIM MOJECIBHBIMU JIJIs1 TEHETHUECKUX
uccienoBanuii Ha MHorue aecstuietus. (HobeneBckas mpemust Mo GU3MOIOTUU U METUIIMHE 32
1969 ron 3a OTKpBITHE LIUKJIA PETPOLYKIMH BUPYCOB U pa3BUTHE T€HETUKU OAKTEpPHUil U BUPYCOB).

JI. A. 3uns6ep copMyarpoBa BUPYCHO-TEHETHYECKYIO TEOPHIO paKa.

1950 rox

3. Yapradpd chopmymupoBan 3saamenuroe «mpasuio Yapradday, kotopoe miacut: B JJTHK
YHCIIO HYKJIeOTUZ0B A paBHO umciy T, a yucno I' — yuciny 1.

b. Mak—KnnHTOK nokasana CylecTBOBAHUE NEPEMEIAFOIINXCS T€HETUYECKUX dJIEMEHTOB.
C GomnpimM omo3nanueM (Toibko B 1983 1.) oHa moryunia 3a 3to HobeneBckyro mpemuto B o0ia-
CTH (PU3UOJIOTUU U MEIULIVHBI.

1951 rox

P. ®panxnvn 1 M. YUIKMHCOH ITOJIy4YWIH NIEPBYIO PEHTTeHHOTpaMMy MoieKyisl JITHK.

1953 rox

®. Kpuk u JIx. YoTcoH, onupasick Ha pe3yJbTaTbl ONbITOB T€HETUKOB U OMOXMMHUKOB M Ha
JTAHHBIE PEHTTEHOCTPYKTYPHOTO aHAIIN3a, CO3/1alH CTpyKTypHYI0 Moaens JJHK B popme nBoiinoii
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cinupanu. B 1962 rogy um coBmectHo ¢ M. X. ®@. Yunkuncom npucyxaena HobeneBckas npemust
10 (pU3MOIOTUH U MEAULIMHE.

1956 ron

1O. Tuo u A. JleBaH yCTaHOBWIIY, YTO TUILIOMIHBIA HAOOP XPOMOCOM Yy YeJIOBEKa paBeH 46.

A. KopaOepH o0Hapy W NIEpBhIi GepMeHT, cnocoOnblii cuntezupoBars JIHK B mpobupke
— JJHK—nonumepasy 1. B 1959 rony on copmectno ¢ C. Ovoa nomyunn HoOeneBckyro mpemuto mo
(¢u3MONIOrNK U MEIUIIMHE 32 HCCIIe0BaHNe MexaHn3ma ornonorndeckoro cuare3a PHK u JIHK.

1958 ron

M. Mesenbeon u @. Cranb JoKa3aiu MOJyKOHCEpBaTUBHBIN MexaHu3M perutnkanuu JJHK.

1960 ron

Otkpsitue PHK—nonumepasst C. b. Belicom, JIx. 'ypBunem u A. Ctu—BeHCcOM.

N. A. Panonopt cooOuiui1 00 OTKPBITUH «CYHEPMYTareHOBY.

1961 rox

B paborax M. Y. Hupenbepra, P. V. Xommu u X. I. Kopansl Hauara pacmmppoBKa «s3bIKa
KU3HU» — Koja, koTopbiM B JIHK 3anucana nndopmanust o cTpykType 0enKoBbIX MOJIeKy1. B 1968
roxmy Bce Tpoe pazaenuin HoOeneBckyro mpemuro 1mo (pU3UO0IOTHHA U METUIMHE, KOTopas OblLia
NPUCYXKIEHA UM «3a pacIIu(PpOBKY TeHETUIECKOTO KoJIa ¥ eT0 (PyHKIIMOHMPOBAHUS B CHHTE3E OeI-
KOBY.

@. XKaxo0 u K. MOHO MpHUILIH K BBEIBOAY O CYIIECTBOBAHMU JIByX TPYII F€HOB — CTPYK-
TYPHBIX, OTBEYAOIINX 33 CUHTE3 crieln(uIecKux (PepMEHTHBIX) OCIKOB, U PETYIATOPHBIX, OCY-
IIECTBIISAIOIMX KOHTPOJIb 32 AKTUBHOCTHIO CTPYKTYPHBIX TeHoB. B 1965 . HoGeneBckas npemust
no ¢usunonoruu U MenuuuHe npucyxaeHa A. M. JIbBosy, @. XKakoby u XK. Mono 3a oTkpeITHE
TeHETHYECKON Peryisiiu CHHTE3a (PepMEHTOB U BHPYCOB.

1962 rox

Jx. T'épnon ocyiiecTBIII epBOE KIOHUPOBAHUE KUBOTHOTO OpraHU3Ma (JIATYIIKA).

Jx. Kanapeto u M. IlepyT 6p11u ynoctoensl HobeneBckoil mpeMuun no XUMUH 3a BIIEPBBIE
OCYIICCTBIICHHYIO paCIIM(PPOBKY TPEXMEPHOU CTPYKTYPhI OSIIKOB MHUOTTIOOWHA ¥ TeMOTTIOOHHA.

1965 ron

P. b. XecuHn mokasai, 4To peryisinus cuHTe3a Oelka OCYIIECTBISIETCS TyTeM BKITIOUEHUS
BBIKJIFOUEHUS TPAHCKPUIILIUHU T€HOB.

1966 ron

b. Beiic u C. Puxapzacon otkpeiBarot ¢pepment JJHK—mmrasy.

1969 ron

X. I'. KopaHa cHHTE3UpOBaJI XUMUYECKUM IIyTEM IIEPBBIA T€H.

1970 ron

OTtkpbiTHE 00paTHOM TpaHCKpuNTasbl, (pepmeHTa, cunresupytomero JHK ¢ ncnons3osa-
HueM komruiementapHot PHK B xauectBe Marpuisl. 310 ObU10 caenano Oymymmmu HobGenes-
CKUMH Jaypearamu 1o ¢usuonoruu U meaunuue (1975) I. Temunsm u Jl. bantumopom.

Brienena nepBast pectpukrasa — ¢pepmenr, paspesatonmii JJHK B cTporo onpeneneHHbIX
MmecTax. 3a 310 oTkpeITHE B 1978 rony HoGeneBckast mpemust 1o (GYU3HOIOTHH M MEJUIIMHE ObLIa
npucyxaeHa /. Harauncy, X. Cmuty u B. Apbepy.

1972 rox

B na6oparopun [lona bepra noixyuenst nepsbie pekomOuHanTbele JIHK (HoGeneBckas npe-
mus o xumuu 3a 1980 r. Bpyuena I1. bepry u I. boiiepy). 3anoxeHbl 0OCHOBbI TEHHON UHKEHEPUU.

1973 ron

C. Koosn u I'. Boitep pazpaboranu cTpaTeruio nepeHoca reHoB B OaKTEPHAIBHYIO KICTKY.

1974 ron
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C. Musncraiin u I'. Kenep co3anyu TEXHOJIOTHIO MOJyYE€HUS MOHOKJIO—HAJIBHBIX AHTHUTEIL.
PoBHoO gecats net crycts orn (BMecte ¢ H. K. Epre) momy4wm 3a 3ro HobeneBckyro mpeMuto 1o
(GU3MONOTHH U MEIHIINHE.

P. JI. KopaOepr onuchIBaeT CTPYKTypy XpOMaTuHa (HyKJI€OCOMBI).

1975 ron

C. Tonerasa nokasai pa3JIM4HOE PACIIOIOKEHUE T€HOB, KOAUPYIOIINUX BapraOelbHYIO U KOH-
CTaHTHYIO YacTh UMMYHOII00yarHOB, B JIHK sMOprnoHaIbHBIX M MHETIOWAHBIX KIETOK, YTO J1aJI0
OCHOBAHHME IS BEIBOZA O MEPErpyIIMUPOBKaX FEHOB UMMYHOITIOOYJIMHOB MTPpH 00pa30BaHUM Kile-
TOK UMMYHHO# cucteMsl (HoGeneBckast mpemust o ¢pu3noaoruu U meaunune B 1987 ).

OcymectBieno neproe kionuposanue kJJHK.

E. Cay3zepn onucan metop mepeHoca pparmenros JJHK Ha HUTpOIICI—TIONI03HBIC (DUITBTPHI,
MeToJ osyuns1 Ha3BaHue Cay3epH—O0JIOT rTuOpUAN3aInu.

1976 rox

OTKpbITHE Y )KUBOTHBIX (Ha MpUMeEpe Ap030(UIIbl) «IIPbIFAIOIIUX T€HOBY, caenanHoe /1. Xor-
HeccoM (CILA) u poccuiickumu yuensiMu Bo mase ¢ I I1. I'eopruessim u B. A. I'Bo31eBbIM.

OcHoBaHa repBasi TeHHO—HHXeHepHas kommanus (Genentech), HCTIONB3yFOIAS TEXHOIOTHIO
pexomOuHanTHBIX JIHK a5 npousBoacTBa pa3inyHbIX (EPMEHTOB U JIEKAPCTBEHHBIX CPEACTB.

. M. bumomn u I 3. Bapmyc cooOmuim, 4T0 OHKOTCH B BUPYCE MPEICTABISIET COOOI0 HE
VICTUHHBIN BUPYCHBIN T€H, a KJIETOYHBIN I'€H, KOTOPBII BUPYC «IIOAXBATHID» KOTAA—TO JABHO B XOJI€
PEIUIMKALIMY B KJIETKaX U TENEpb COXPAHSET B N3BMEHEHHOM MyTallMsIMU BHJIE. bblTo Taxke moka-
3aHO, YTO €r0 MPEIIECTBEHHUK, KIETOYHBIA IPOTOOHKOTEH, B 3J0POBOM KJIETKE UIPAET BaXKHEM-
IIYIO POJIb—YIIPABIISIET €¢ pocToM U jaenenrneM. B 1989 1. 06a sTux yuensix noixyunian Hobemnes-
CKYIO TIPEMHIO TI0 (PU3HOIOTUH ¥ METUITMHE 32 (PyHIaMEHTAIbHBIE UCCIIEIOBAHNE KaHIIEPOTEHHBIX
T€HOB OITYXOJIH.

1977 ron

Ony06narKoBaHbI OBICTPBIE METOABI ONpEAeTeHHs (CEKBEHHUPOBAHMUS) [UIMHHBIX HYKJICOTH/I-
Heix nocnegosarenbHocTedt JIHK (V. T'mnGeptr u A. Makcam; @. Cenrep ¢ coasr.). [losiBunocs
peanbHOEe CPEICTBO aHAJIN3a CTPYKTYPhl FEHOB KaK OCHOBA JJIsl NOHUMaHus ux QyHkuuid. B 1980
rogy Y. I'misbept u @. Cenrep coBmectHo ¢ 1. beprom nomyunnu HobGeneBckyro mpemuto mo
XUMUU «3a CYIIECTBCHHBIA BKJIAJl B ycTaHOBIIeHHE nepBuyHOUN cTpykTyphl JAHK; 3a dynnamen-
TaJbHBIC MCCIEOBAHUS OMOXUMHYECKUX CBOWCTB HYKJIIEMHOBBIX KHCJIOT, B TOM YHUCIIE PEKOMOU-
HaHT-HbIX JITHK».

[TonHOCTBIO CekBeHUpPOBaH reHoM Oaktepuodara X174 (5386 m. H.).

CexBeHUpPOBaH NEPBBIN I'€H YEJIOBEKA — MeH, KOAUPYIOLIUI OEJI0K XOPUOHHBIN COMaTOMaM-
MOTPOIIHH.

I1. Hlapm u P. PoGeptc moka3anu, 4To TeHBI Y aJICHOBUPYCOB (TI031HEE BBISICHUIOCH, YTO H
y 3YKapHOTUYECKUX OPraHU3MOB) UMEIOT MO3aUUHYI0 IK30H—UHTPOHHYIO CTPYKTYpPY, U OTKpPbUIN
sBrieHue crutaiicuara (HoOenmeBckast mpemus mo GuU3HOIOTHH U MenuiinHe B 1993 1),

K. Urakypa ¢ coaBT. CUHTE3UPYIOT XMMHUYECKH T'€H COMATOCTATHHA YEJIOBEKA U OCYIECTB-
JSIeT UCKYCCTBEHHBI CUHTE3 TOPMOHA COMATOCTa—THHA B KJIETKAX KUIIEYHOW Manouku E. coli.

1978 roa

Komnanus Genentech ocymiecTBmiia nepeHOC 3yKapuOTHIECKOTO T'eHa HHCYJIMHA B OaKTepu-
aJbHYIO KJIETKY, IJIe Ha HEM CUHTE3UpPOBaH O€JI0K — MPOUHCYJIUH.

Omnpenenena nonHas nocienosarensHoCcTh HykieoTunos JJHK Bupyca SV40 u ¢ara fd.

1979 roa

[TokazaHo, 4yTO XMMHUYECKH TpPaHC(OPMHUPOBAHHBIE KIIETKH COJEP’KaT AKTUBHUPOBAHHBIN
OHKOTeH BAS.

1980 rox
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JIx. TopaoHOoM C COaBT. MosyueHa IepBasi TPAHCIEHHAsl Mblllb. B mpo—HykKieyc omioao-
TBOPEHHOT'O OJTHOKJIETOYHOTO SMOPHOHA MUKPOUHBEKIIMEN BBEJICH I'eH TUMUIUH—KHHA3bl BUpycCa
IIPOCTOTO reprieca U MoKazaHo, YTO 3TOT F'eH paboTaeT BO BCEX COMATHYECKUX KileTKax Mblu. C
TEX IOP TPAHCTEHO3 CTAJl OCHOBHBIM IOJXOA0M Kak sl (PyHIaMEHTaJIbHBIX UCCIEIOBAHNH, TaK U
JUISL PEIIEHUs] IPAKTUYECKUX 3a71a4 CEJIbCKOTO X0341MCTBA U METULIMHBI.

1981 rox

Onpenenexa nonHas HyKJI€OTHIHAS [TOCIEN0BATENbHOCT, MUTOXOH—IprasibHOi JIHK verno-
BEKa.

Heckonbko HE3aBUCHUMBIX HCCIENOBATENBCKUX TPy COOOIIMIN 00 OTKPHITUU YeJOoBeYe-
CKHX OHKOTCHOB.

1982 rox

Ornpenenena moyiHasi HyKJICOTHAHAS TOCIIe0BaTeIbHOCTh OakTepuodara A (48502 1. H.).

ITokazano, uro PHK MoxxeT 00nagars KaTaJuTHUYECKMMU CBOMCTBAMH, KaK U OCJIOK.

1983 rox

C nmomompio 6nonHpopMaTHKU HaiineHa romonorus (akropa pocta PDGF ¢ u3BecTHBIM
OHKOOEJIKOM, KOIUPYEMBIM OHKOTeHOM SIS.

[TokazaHo, 4yTO pa3HbIE OHKOTE€HBI KOOIIEPUPYIOT P OIyX0JIEBOU TpaHCHOPMALIUU KIIETOK.

I'en Gone3Hn XaHTUTTOHA JIOKAJIM30BaH HA XpOMOCOME 4 YeJIOBEKa.

1984 rox

VY. Mak—TunHuc otkpbul romeotnueckue (Hox) perynstopHble reHbl, OTBETCTBEHHbIE 3a
MOCTPOCHHE OOIIETO MJIaHa Teja >KUBOTHBIX.

A. Ixepdpuc cozgaet MeToa reHOMHON TaKTUIOCKOIINH, B KOTOPOM HYKJIEOTHAHBIE [TOCIIE-
nosarenbHOcTH JJHK ricniones3yrores aiist uneHTHGHUKAINT TTIHOCTH.

1985 rox

Coznanue K. b. Mronnucom peBOTIONUOHU3UPYIOIEH TEXHOIOTUN — TOJIMMEPA3HOM IIETTHOM
peakiuu, [11[P — Hanbonee 4yBCTBUTENBHOTO /10 cUX 1op MeTona nerekruposanus JJHK. Ota tex-
HOJIOTHS TIOTy4uIIa HHpokoe pacrpoctpanenue (HobeneBckas npemus no xumuu 3a 1993 r).

KionnpoBanue u onpenenenue HykieoTuiHou nocienosarensnoctu JIHK, BeiieneHHoMn n3
JIPEBHEN ETUNETCKOW MyMUHU.

1986 rox

KnonupoBanue rena RB— nepBoro aHTHOHKOT€Ha — cyrpeccopa omnyxosieil. Hauano smoxu
MacCHUpPOBAaHHOTO KJIIOHMPOBAHMSI TEHOB OIyX0JIe—00pa30BaHMUs.

1987 roa

Coznanbl mepBble JpOXoKeBble HCKyccTBeHHble xpomocoMbl — YAC (Yeast Artificial
Chromosomes). OHM ChIrpatoT OOJBIUIYIO POJIb KaK BEKTOPHI I KIOHUPOBaHUS 00ibIIMX (par-
MEHTOB F€HOMOB.

1988 rox

Coznanue MexIyHapoJHOTO rpoekTa «['eHoM yesnoBekay, OCTaBUBILETO CBOEH LENbIO MOJI-
Hoe cekBeHuposanue JJHK genoseka.

[Tox srunoit Komurera nmo Hayke u texuuke B CCCP nauana paboty nporpamma «I'enom
YeJI0BEKay, KOTOPYIO Bo31aBuil Hay4yHblii cOBET 0 TeHOMHOM ITpOrpaMMe BO IVIaBE € aKaJIEMUKOM
A. A. baeBbiM.

[Tokazana BOo3MOXXHOCTh aHanu3a MuToxoHapuanbHoi JIHK u3 ouens npeBHMX 00pasnioB
TIPU UCCJIEIOBAaHUU MO3Ta YesioBeka TaBHOCTHIO 7000 JeT.

[Ipennoxen MeTos; «kHOKayTa» T€HOB.

1989 rox

T. P. YUex u C. Anprman nonyunnu HoOeneBckyto npeMuto 1o XMMUU 332 OTKPBITHE KaTalu-
THYECKHUX CBOMCTB HEKOTOPBIX puponubsix PHK (pubo3umoB).

1990 rox

58



B. 3. TapaHTtyn. «l'eHom 4enoBeka: QHUMKNONEANd, HanucaHHasa YeTblpbMs BykBaMmm»

Coznana MexayHaponHas opranuzaius mo uzydenuto renoma uenoseka (HUGO), Bune—
IPE3UAECHTOM KOTOPOH B TEUEHUE HECKOJIBKUX JIET ObLT poccuiickuii akageMuk A. JI. Mup3abexos.

®. Komnuns u JI. — Y. Teyu unentudunuponanu nepselii red yenoseka ( CFTR), orser-
CTBEHHBIN 32 HACJICJICTBEHHOE 3a00JieBaHUe (KHCTO3HBIN (rOPO3), KOTOPHINA PACIIONOKEH Ha XPO-
Mocome 7.

B. AnzepcoHoM OcCyIleCcTBIECHO EPBOE YCIEUTHOE TPUMEHEHNE T€HHOU Teparuu 1S Jiede-
HUS OOJBHOM C HACIIEICTBEHHBIM HMMYHOC(UITUTOM.

Orpenenena moJiHas MocaeA0BaTeIbHOCTh TEHOMA BUpyca Ocrno—BakiuHbl (192 1. m. H.).

1992 roa

3. Kpebey u 3. @umiepy npucyxkiaena HobeneBckast mpeMust 10 GU3NOJIOTHN U METUITTHE
3a OTKPBITHE 00paTUMOTo (oChHOPUITUPOBAHUS OSITKOB KaK BAKHOTO PETYIHPYIOIIETO MEXaHU3Ma
KJIETOUHOTO METa0oIu3Ma.

1995 rox

Omnpenenena nojHas MOCIEI0BaTEIbHOCTh TEHOMA MIEPBOTO CaMOCTOSITENIHO CYIECTBYIO-
miero opranusma — 6axrepuu Haemophilus influenzae (1 830 137 m. H.). CTaHOBJIEHUE TCHOMUKH
KaK CaMOCTOSATEIbHOTO pa3iesia FTeHETUKH.

1997 ron

Omnpenenena noyiHas MOCIEI0BaTEIbHOCTh HYKJIEOTHIOB T€HOMOB KUIIEYHOU nanouku E.
coli m npoxokent Saccharomyces cerevisiae.

HobGeneBckas nmpeMus 1o (U3HOIOTHH H METUITNHE TIpUCykacHa amepukanity C. [Ipy3unepy
3a BKJIaJ] B H3y4eHHUE OOJIE3HETBOPHOTO areHTa OEIKOBOM MPHUPOIBI, IPHOHA, BHI3BIBAIOIIETO Ty0-
4aTyro 3HIePaIoNaTuio, WIH «KOPOBbE OCIIEHCTBOY» Y KPYITHOTO pOTraToro CKOTa.

S. BWIBMYT ¢ COTPYIHHKAMH BIIEPBBIC KIIOHUPOBAIHM MJICKOITUTAIoMIee — oBIy Jlommy.

1998 ron

Omnpenenena nojaHast HyKJICOTHAHAS MOCJIEI0BATEIBHOCTh MEPBOTO BBICIIETO OpraHU3Ma —
nemaronwel Caenorhabditis elegans.

YV nemaronsl C. elegans ooHapyxeH mexanusM PHK—unTepdepenum.

1999 ron

[TonnocTeio cekBennpoBana JIHK xpomocomel 22 yenoBeka.

PoGept ®ypurort, Jlyuc Urnappo u @epun Mypan nomyunwnu HobeneBckyro mpeMuro 3a
OTKPBITHE POJIM OKCHJA a30Ta B KAU€CTBE CUTHAJIBLHON MOJIEKYIIBI (TO €CTh, PETYSATOPA U TEPeHOC-
YHKa CUTHAJIOB) CEPJACUHO—COCYAUCTON CUCTEMBI.

Knonupoanu MbIlIb 1 KOPOBY.

2000 rox

BuepHe 3aBepiiieHO OJIHOE CEKBEHUPOBAHKME F€HOMA YeJI0BEKa U APO30(UIIBI.

HobGeneBckas nmpemust o ¢pu3HoOI0THU U Menuuunae npucyxaeHa A. Kapnccony, I1. I'pun-
rapay u O. Kengeny 3a OTKpbITHE, Kacalollleecs «Iepeadd CUTHAJIIOB B HEPBHOM CHCTEME.

KiioHnpoBanu cBUHBIO.

2001 rox

HobGeneBckas nmpemus no pusnonoruu u Mmeaunune npucyxaeHa JI. Xapreemry, T. XaHty u
I1. Hepcy 3a OTKpBITHE KITFOYEBBIX PETYISTOPOB KJIETOYHOTO IUKIIA.

2002 rox

[TonmHOCTBIO CEKBEHMPOBAH T€HOM MBIIIIH.

HobGeneBckas mpemust o ¢pusronaoruu U meaununae npucyxaeHa C. bpenanepy, P. Xopsutity
u JIx. CancToHy 3a UX OTKPBITHS B 00JIACTH T€HETUUECKOTO PeryJIMpOBaHus Pa3BUTHUSL OPTaHOB U
3aporpaMMHUPOBAHHOMN KJIETOYHOU CMEPTH.
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FEHbl - OCHOBHOM TEKCT FTEHOMA

Tenvt — 3mo amomul HaciedCcmMEeHHOCHU.
C. benszep

Opnbl 1emaiom 00UHoOKo, bapanvl HACymcs Cmaoamu.
@. Cuonu

Heo0xomumo 0TMETUTB, UTO TEPMUH «T€H» MHOTHE, Ja)kKe HECIEIIMAINCThI, BOCIIPUHUMAIOT
JeTKO 0€3 BCSKOTO CHEIHMaIbHOro mosicHeHus. CIMIIKOM MHOTO M JTaBHO 00 ATOM TOBOPST H
JIOBOJIHO YaCTO UCTIONIB3YIOT STOT TEPMHUH B pa3HBIX CUTyalusx. Ml BceM Bpoje ObI BCe SICHO: TeH
— 910 y4yactok JIHK, koTopslii KomupyeT onpenesieHHbI 0eok. COonTacHO MEHTPATbHON J0TMe
MOJIEKYJISIpHOH Owonoruu, nHGopmanus, 3anmucannas B JJHK ¢ momomnipio 4eThipexOyKBEHHOTO
HYKJICOTHIHOTO an(aBuTa, MEPEBOAUTCS MPOCTHIM MEXaHUYECKHM CITIOCOOOM Ha JPYTOi, aMUHO-
KUCJOTHBIN, andaBut u3 20 OyKB, KOTOPHIM 3aIMCHIBACTCS CTPOCHHE OEITKOBBIX MOJEKyI. «OauH
TeH — OJMH 0EJI0K» — BOT KaKUM ObUT MHOTHE TOJbl OCHOBOIIOJATAIOMINN TE3UC MOJIEKYIISPHBIX
TeHETUKOB. JJ1s1 TOro, 4TOObI FeH MPAaBUIILHO padoTall, HEOOXOIMMBI CIIELIMAIbHbIE 3HAKH, 0003Ha-
YalolMe Hayajo U KOHELl MHCTpyKUuu ais cuHTe3a cHayana MPHK, a motom Oenxa. [{nst toro,
YTOOBI Hayajach CUMTHIBAHHUE (TPAHCKPHUIILKS) I'€HA, B MEPBYIO OYEpEb HEOOXOAUM CTPYKTYp-
HBIW 3JIEMEHT, OJYUYMBIINI Ha3BaHUE POMOTOpA (CTapT—CUTHAJI TpaHCKpunuuu). i okoH4a-
HUSI TPAHCKPUTIIAH CYIIECTBYET APYTOH CrieuaIbHbINA cUrHaL. O0s3aTeTbHBIMU 3JIEMEHTAaMU TeHa
SIBIIIIOTCS TAKXKE CUTHAJIBI, ONpeAesstonue Hayaino u koHel TpaHcasiuuu MPHK Ha pubocomax.
Bce atu crapt—u cron—curnainsl 3anucansl B JIHK ¢ moMo1ipto Toro ke caMmoro 4eTblpexOyKBeH-
HOro andaBuTa, 9YTO U WHPOPMALUS IS TIOCTPOCHHUS MOJIEKYIbI Oenka. MexXy IByMsI TaKHMU
3HAKaMM IPENMHAHUS 3aliCaHbl UHCTPYKLUU JUId CUHTE3a Oenka. B TakoM ynpoleHHOM BUe T'eH
OTIPEZIETISIOT KaK MOCJe10BaTeIbHOCTh HYKJIEOTH IOB, PACTION0KEHHBIX MKy CTapT—CUTHAJIOM U
CTOII—CUTHAJIOM U KOJTUPYIOIIUX OHY OeNKOBYIO 1enb (ronunenTuy). OMHaKo Ha caMoM JIeTie Bce
00CTOUT HAMHOTO ciokHee. Kpome reHoB, Koupyroux 0eIKy, CyleCTBYIOT IT'€Hbl, KOAUPYIOIINE
PHK, kOTOpBIE BBIITOIHSIOT B KJIETKE TOJIBKO CTPYKTYPHYIO POJIb M HE TpaHCIHpytoTces. bonee Toro,
B [TOCJIETHUE TO/IbI OBLIIO OOHAPYKEHO OoIbIIOe Yrcio panee Hen3BecTHIX PHK, koTopsie BbITON-
HSIOT B KJIETKE CIIELUalbHbIE PErylIsITopHble (QyHKIMH. OO0 BCEM 3TOM MbI IOIOBOPUM JaJiee.
CoBpeMeHHOE TOHUMAaHHE TOTO, YTO e U3 CeOs MPECTABISAET I'eH, CKIIAABIBAIIOCH HA TIPOTSIKE-
HHUH BCEX ITHX JIOITUX JIET, HAIIOJHSSACH MOCTEIIEHHO KOHKPETHBIM U 0000IICHHBIM CO/IEpKaHUEM,
IIPE0JI0JIeBas COMHEHUS, 3a0J1y>KIEHUSI U HEOKHJIaHHBIE TIOBOPOTHL. B pesynbrare Ha cerofHsii-
HUH JIeHb TPYAHO AAaTh OJHO3HAYHOE ONPENEICHUE TEPMUHY «T'€H», XOTS Bpojie Obl 3TOT BOIPOC B
obmeM Bujie Obu1 pemen Menaenem noutu 140 net Haza.

Koneuno xe, B cekBenupoBanHoM /JJHKoBoM TekcTe reHoma 4esioBeka B MEPBYIO OYEPEIb
BHUMAaHHE YYEHBIX ObLTO 0OpAaIIeHO Ha YYacTKH, KOIUPYIOMKE OCNKH, TO €CTh Ha OeOK—KOIH-
pytomue reasl. OTMETUM, YTO MEPBBIA IEH YeJ0BEeKa — I'eH, KOAUPYIOLUN OEOK CO CIIOKHBIM
Ha3BaHWEM XOPHOHHBI COMaTOMaMMOTPOIMH, — OblJI CEKBEHUpOBaH elie B 1977 roxny. A 4dro xe
BBISICHWIOCH B pe3yJibTare CEKBEHHPOBAHUS BCEro TeHoMa denoBeka? Oka3anaoch, YTO B T€HOME
YeJI0BEKa HYKJIEOTH IHBIE [TOCIIEI0BATENbHOCTH, KOAUPYIOIIKE OETIKH (IK30HBbI), 3aHUMAIOT JIUIIb
1,1—1,4% ot nunsl Beex monekyn JIHK. Ho umenno atu musepusie nponents! JIHKoBoro tekcra
YeJI0BEeKa M CTaN OOBEKTOM MPHUCTAIHHOTO BHUMaHUs. Il CpaBHEHHS OTMETHM, 4TO y uepBst C.
elegans 1075 TaKUX TIOCJIEIOBATEIIBHOCTEHM B TeHOME COCTaBIsET 27%, y Myxu Apo30oduiisl — 20%,
y npoxoxeit — 70%, a y 6akrepuii — 86%. To ecTh, MpocMaTpuBaeTCsi 3aKOHOMEPHOCTh: 110 MEPE
YCIIO)KHEHUS! OPraHU3MOB 1107151 Konupyromux 6enku yyactkoB JJHK B ux renomax pesko nanaer.
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['enam mpu UX OTKPBITHM, KakK JIFOASAM MPH POXKACHUHU, Cpa3y ke MPUCBAUBAIOT PA3JINYHbIC
uMeHa. be3 3Toro HeBo3MOKHO ObIIO ObI pa300parbes, 0 YeM HIET PeYb M YTO M3Y4aroT pa3HbIe
y4€HbIE B KaXKJI0M KOHKpETHOM citydae. [IpaBnia, myTaHuiia B 3ToM BONPOCE MOKA €111€ CYIIECTBYET,
OCOOEHHO €CJIM T€H OJIHOBPEMEHHO OTKPBIBAIOT B PA3HBIX JIAOOPATOPUAX U IPU 3TOM HA3bIBAIOT
no—pa3HoMy. M3BecTHO, UTO B JIMHTBUCTHKE CYIIECTBYET lieJlasi HayKa 00 UMEHax Jrojiel — OHO-
MacTUKa. JTa HayKa JJaBHO y)Ke OTMETWJIA BIMSHUE Pa3HBIX (DaKTOPOB U MPUYMH HA (HOPMHUPOBA-
HHE MMEH, CBSI3b C UCTOpUEH, reorpadueil 1 MHOTMMHU JPYTUMH HayKaMH, a TaKKe MPOIECCaMH,
IpOTEKAOIIMMHU B 001ecTBe. Tak, B MOCTPEBOIIOLMOHHbIE T0/Ibl OoABUINCH UMeHa Bunen (B. .
Jlenun), [laznpanepma ([la 3apaBcTByeT nepBoe masi), ipu b. Ensiiune nossunucs bopenu, a npu
B. Ilytune yxe opuuuaibHO 3aperuCTPUPOBAHBI Takhe MMeHa, Kak [lyTwuia, BragmyT n maxe
3arepcop (3aMO4YUM TEPPOPUCTOB B COPTUPE).

Koneuno, m Ha MMeHa, NMpUCBaWBacMble T€HAM, TAK)KE BIUSIOT pa3Hble 00CTOATEIHCTBA.
Ho BooOmie—to 3TOT mporiece JOBOJILHO CTUXUIHBIN. Hepenko HanMeHOBaHME TeHa CBS3BIBAIOT C
BBINOIHSIEMON UM (pyHKLMEN (Hanpumep, TMCTPO(UH — F'eH, MyTallii B KOTOPOM OTBETCTBEHHBI 32
TcTpo(rio MbIIII). B Ipyrux cirydasx MCIONb3yI0T 0COOCHHOCTH CTPYKTYPHI T'eHa (HarpumMep,
NPUCYTCTBHUE CIIeNU(pUIECKON MMOCIIE0BATEIFHOCTH B T€He, Ha3biBaeMoii homeo box, aBromaTh-
YEeCKHU MPUBOJUT K UMeHU Hox). VIHoT1a aBTOpBI HANIPATAIOT CBOIO (PaHTA3MI0, U TOTIA NOSBIISIOTCS
TaKue SK30THUECKUE UMEHA, KaK xapakupu (TeH—caMoyOouina), uxkapyc, vang (1o UIMEHH XyJT0XK-
Huka BaH ['ora) wnu indy ( nepBbie OykBbI OT ciioB I'm not dead yet — s emie He ymep — Ha3BaHUE
JUIs TeHa, KOTOPBIN BIUSET Ha POIOJKUTENLHOCTD kU3HH). ['eH SHH Ha3BaH B UeCThb MOMYISIPHOM
Buneourpsl Conmnka Xemxxora, (anrm. hedgehog —exuk). Hekoropeie reHbl Ha3bIBalOTCS UMe-
Hamu OOTOB (Harpumep, eeghecmun — OT Tpedeckoro d6ora orHsa u Ky3HeuHoro nena ['edecra). Ha
MIPaKTHKE FeHETUKH UCTIOIb3YIOT COKpAILIEHHbIE 0003HAYEHHSI TEHOB, COCTOAIINE 00BIYHO U3 3—5
natuHcKuX OykB. [lockonbKy yHKIIMM MHOTHX IF'€HOB €I1l€ HE U3BECTHBI, a YIAETCs TOJIBKO OIpe-
JIeJIUTh, YTO KaKasi—TO KOHKpeTHas 00J1acTh FeHOMa YeIoBeKa crocoOHa TEOpEeTHIECKH KOAUPOBATh
0€eJ0K, TO YacTO MOKa elle Mepesl Ha3BaHUSAMU F'€HOB MOSBIISETCS CIIOBO «TUIOTETUYECKUI».

AHanu3 reHoma 4esnoBeka no3Boymi Ha koHerr 2002 roga oOHapy)uTh nopsiaka 30 000—
40 000 reHoB, KOMUPYIONTUX OCITKH. ITH T€HBI CHJIBHO OTJIMYAIOTCS JAPYT OT JApyra Mo pa3Mepam.
[ToacunTano, 4TO cpeaHss AJIMHA TeHa y YeJIOBEKa COCTaBIseT OKoJIO 27 ThIC. . H. Takoil ycpen-
HEHHBIN T'€H COMIEPXKUT 9 3K30HOB (CpeIHU pa3Mep Kak1oro okosio 150 1. H.) u 8 UHTPOHOB (cpe-
HUM pa3zmep Kaxaoro ayTh MeHbIe 3400 m.1.). Ho 310 nmuims cpeaaue 3HaueHus. CaMbie KOPOTKHE
TeHbI COJIEPIKaT BCETO J1Ba JIecsATKa OyKB—HYKJICOTUIOB, HAIPUMED, TeHbI SHA0P(UHOB — MOJTUIE-
TUJIOB, BBI3bIBAIOIINX OLIYIIIEHUE YI0BOJILCTBUS. B TO ke Bpems caMblil ITMHHBIN T€H, KOAUPYIO-
Ui OJIMH U3 OCJIKOB MBI, — MUOAUCTPOGUH CONEPKUT 2,4 MIIH. TI. H.

Kpome Toro, renbl He paBHOMEPHO pacHpelesieHbl MEXIy pa3HbIMH XpoMocoMaMmu. [Ipu
cpeaHel IIoTHOCTH oauH red Ha 100 T. m. H. TeHOMa UX coliepKaHue B XpoMocoMme 19 cocTtapiser
okosio 2 Ha 100 T. m.H., a B Xpomocomax 2, 13 u Y — xpomocome — ot 0,15 no 0,7. Eciu cpas-
HUTH TUIOTHOCTh T€HOB C MJIOTHOCTBIO paccesieHus e, To Y — XpoMocoMa HallOMUHAET Hally
Cubups, a xpomocoma 19 — EBporneiickyro yactb Poccun. st cpaBHeHUs: B TeHOME OakTepuid
conepxkurcs cebimie 1000 renoB Ha 1,0 MiH. 1. H., y Apoxxkel okoso 450 reroB Ha 1,0 MiH. 1. H.,
ay uepBs C. elegans — oxono 200. CiiemoBaTenbHO, INIOTHOCTH PACIIONOKEHHS TE€HOB HA IMHUILY
JUIMHBI T€HOMA 3aMETHO MaJaeT M0 Mepe IBOITIOIMOHHOTO YCIOKHEHUS OPTraHU3MOB.

«Xn, Wwn — nuwmn yepes n»

[Tocne cexkBeHMpOBaHHSI TeHOMAa YEIOBEKA W psAla JPYTUX OPTaHU3MOB OBLI MPOBENCH
JIETAJIbHBIN KOMIIBIOTEPHBINA aHAIN3 HYKJIEOTUIHBIX NTocaenoBarenbHocTen. [loncunrano, Hampu-
Mmep, ckonbko B JJHK moxer maru nmoapsa OykB A, mnu kak yacto I Bcrpeuaercs nocne L. U
TYT BBISICHWJIOCH, UTO B T€HAX 3TU COUYETAHUS IOAUUHSAIOTCS ONPEACICHHBIM IIpaBUiIaM, TOTAA KaKk
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B IIPOMEXYTKaxX MEXIy T'€HaMM, TaM, rae Hudero cymecrseHHoro B JIHK He 3anucano, yactora
COYETaHUH pa3HbIX HYKJICOTH—IOB OJM3Ka K cly4aifHoi. [ie MHOTO TeHOB, TaM MHOTO OykB I 1
L1, a rne reHoB HeT, Tam MHOTO OykB A 1 T. 31€Ch ONATH MOXKHO NMPOBECTH MapaLJIENb C OOBIYHBIM
TekcToM. [1o mpaBwiIaM rpaMMaTHKU pyCCKOTO S3bIKA, KOTOPBIE Mbl YUYMIIN B IIKOJIE, «JfCU, WU —
MWLM Yepe3 uy», B CI0Bax mocie OykB orc U wi OykBa bl He BcTpeuaeTcs. Heuro nogo6HOe xapak-
TEPHO U JUJI TCHETHYECKUX TEKCTOB — B KOJUPYIOIINX YYaCTKaX HEKOTOPBIE COUYETAHUS HYKIICOTH-
JIOB NPAKTUYECKU HE BCTPEYAIOTCS, & PACIPEAECICHUE APYTMX COYETAHUN CHIIBHO OTIIMYAETCS OT
CIIy4aiHOTO0. DTO OBLI OJIMH U3 MEPBHIX, HO JAJIEKO HE €AIMHCTBEHHBIN pe3ynbTaT anamm3a JJHK.

3Haku npennHaHuA (FeHeTUYecKasa NyHKTyauus)

Kak B nmucbMeHHOM SI3bIKE MYHKTYyalus (TOYKHU, 3aMAThIe, TUPE U T.J.) UCIIOIb3YeTCs IS uie-
HeHus U rpaduueckoil opranuzanuu Tekcrta, Tak u B JJHKoBoM TekcTe cyiiecTByIOT BCEBO3MOXK-
HbI€ 3HAKH—CUTHAIBI, 0003HAYAIONINE TPAHUIBI OTACIBHBIX (PYHKIMOHAIBHBIX 3JeMEeHTOB. be3
TaKUX CUTHAJIOB TeHeTHYecKas MH(OpMaIus HEe MOXKET OBbITh MPABUJIBHO CUMTAHA C HOCUTEI.
Krnaccuueckuit mpuMep U3 TUHTBUCTUKH — MPEJIOKEHNE « YOUTh HENb3sl MIOMUIOBaTh». Eciiu He
MOCTaBUTh 3aISITYIO, TO OCTAETCS HETOHATHBIM, TO JIU YOUTh, TO JIU MOMHIIOBAaTh. Tak U B TeHE.
3HaKyU MpenuHaHus, B OTIMYHE OT T€HETHYECKOro KOJa, HE TaK YHUBEPCAIbHBI B )KUBOM MHpE.
YacTh U3 HUX Y HU3IIUX OPTaHU3MOB (MPOKAPUOT) CYHIECTBEHHO OTIMYAIOTCS MO CPABHEHHIO C
BBICIIMMU (3yKapHOTa—MH), BKIIIOYas YeIOBEKA.

Bor kak BeimisauT, Hanpumep, ogHa u3 ctpanull JJHKoBoro Tekcra, comepikariascs B ToMe
(xpomocome) 11 yenosexka (puc. 17).

[ Ha STOT PUCYHOK, Ja)Ke CHEIHAIUCTY cpa3dy TPYAHO YTO—TO MOHATh. OJHAKO IMPO-
CTasi KOMIIbIOTEpHAsl IporpaMma ObICTPO MO3BOJISIET HANTH 3[1€Ch YYaCTOK, KOAUPYIOIIH OeIoK
uHTEpPEepOoH. ITO OCYIIECTBISIETCS B PE3ybTaTe TOr0, YTO B FeHaX UMEIOTCA ClelUaIbHbIe CUT-
HaJIBI—SIPJIBIYKH, KOTOPbIE MOXKHO paccMarpuBaTh Kak 3Haku npenuHanus B JJHKoBom tekcre. U
KOMITBIOTEP CIIOCOOEH UX Pa3iNuuTh. PACCMOTPHM IMIaBHBIC WX HUX.

Tak, B reHax 4enoBeKa, Kak U y APYTUX BBICIINX OPTraHU3MOB, UMEIOTCS CIIeIIUaTbHbIE TTOCIIe-
JIOBAaTEIbHOCTU—CUTHAIBI, KOTOPBIE OMPENeSIFOT HAaYyalo W KOHeIl MpoIllecca TPAHCKPHUIILIUHU, TO
ecth cunTe3a MPHK.

62



B. 3. TapaHTtyn. «l'eHOM 4ernoBeka: QHUMKIONEONS, HAMUCAHHAsA YeTbipbMs ByKBaMm»

L TOTUUTITTA
TUAAITIAAL
121 TTHAATAATA
TAITATRTIT
241 ATRARARATT
1 TI'TTTTIATS

oy

TTTRONTATA TATT
TAARATTTIA
BAAIATTRAL
EARTATATAL
TTUTARRRAT

RERAIATITT

LAMAT
ATALLLTTTT
TTTATAITTT
RIATTTTAIA
[ITUTTTITT
REARIIIIATT

TTIAARERRT TTTOTUTALT
ARTTTARTTT TIARTITTTT
TTRATTTAAT I'TATATAATA

LATRTATTTA
TATUATTUTT
TATATATATA
ATARTTIRATL
RTTARRARRA
[ARALATATE

TP MMET EMAMELTMOT
TTTCATTREARA ATRTARTTIT
TTRRAIEATR
ATARRTRLAT

ARATATTRA
TARRATATTTT

LTTETR 2L TYT
il Lfd h..:'.-l'h. 4

TACTTALRAS

1 Allls

BAIRUATTIT
TLUAAITTUTT

HAMATHTTY
UTHUTITINY THACLTTIAA

601 ATUNTITTTE TI[ATTATTAI

TATTTAAITY
ALUIATTTLA

¥y
ITT ALTITTITIN

UATTTITARR ATTTARRITA

' HUT AT I|I.:_r..-j-|£__-5_:” PTTTA]
A APPTULTTTA ULTTIIY
ITHAAGTTY
TITATTHTE OITTUARATA TT

ETATITMMTTA WIATIT
TTAITTTITA AT &

FRTTEmY T
TiTAl
JL LA

TErTeTTiT §

, PLAAALLUAL

P ——
T [TUTHTTTIH

" IAATTATTTH

L

UUTMIRD L Gl it ATTATTATTAITA
TG A Al

MM
[ s

LALLM

AlH

ARATUATINE TTTUUTUNAT NACATTATHL ATUATATHTT [QAATITITTH

AUTHATUTTY TTUTTITTAT FATANINTIN TACAIAAATT ITANAIITTAA

ATI[TTAATTA 1 TITITTATAL ATTTTTTTTT TTTRANATAL

TTAATTATTA ¥ TITOTTAITA A AATAATIANT

AATATAATAY ATAUALIHNT TRTTUNTIVE Al , JATAAATY

T TTTTTTIT | [RATRAATTT TAATAATTAR ITAATTAAAL

I ATTTAAATTA TTTTUATTTA TTUTTATIVL ATUTHANNTT TTTATTATHF

I CANTHATTT TTOITHTATT AUUATTALAL IATTTAAATIY TTTTOAZATT

1201 TTTTTATTAT TATTAATUAA EATTITATTI] ATUTHTTAAC THALNTATTUN [TTAIATATT
1261 ANNATTITCA UTTATHUATT ATITATTTAZ ATATTTTTAL AATATTATTT ATTTAALTAT
1321 TTATAAAANA A } TTTHATT APTTTTTAAT

1381 ['TAATAARAT ' TATTTITTAR ATTTATTTTI \T [TAALTTTTI
1441 [TATTTAANT TTTATTITTT AAAATTARAT THUAATHITA ATTTTIIAAL
1501 ITTATTAI[AT AURUTTIATT TITUNATIAR TATTATATTI AATATATAAL
1561 TAAARATAAR NTTTHTTTAA AUTAATTTDT ATTTTITALT IAATATAAIA TTTTTAAINT
1621 AAAAATANA ATTITTUTIT UTTITITATT TTATTTITIT ATTARRRARA [TAAAAZTIT

Puc. 17. Crpanuiia DHIMKIIONEINN YeJIOBEKa, Ha KOTOPOM 3amrcaHa MoCiIeI0BaTeIbHOCTD
nykieorunoB JJHK genoseka, komupyromas 6emnok anbha—uatepdepon. ['en uarepdepona Boize-
JeH KypcuBoM. [lomuepkHyT ydacTok, KOOUPYIOLIMM OenoK, cocTosmmii u3 188 aMHMHOKHCIIOT.
XKupHbM mIpuTOM BBIZETEHBI 3HAKW IYHKTYAI[MH B TOM Te€HE, 00eCIEeUYNBAIOIINE €TO MPABHIIh-
HYIO TpaHCKpuIuio ¢ oopazoBanueM MPHK u mocnenyroiyto nmpaBuiabHYIO TPAHCISIITUIO STOM
MPHK

®epmenT, HazbiBaeMblii PHK—-TmonmmMepasoi, y3HaeT 3T CUTHaJIbl U OCYIECTBIIIET CUHTES
«mpaBuibHbIX» Mosiekysl MPHK (co cTporo 3anporpaMmupoBaHHBIMU B TeHOME KOHIIaMu). OiHUM
13 Takux 3HaKoB npenuHaHusa B JIHKoBoM Tekcre, oTMeHaronumM Hayasao Ipolecca TPaHCKPHII-
11U, CITY’)KUT KOPOTKasi OCIeA0BaTeIbHOCTh HyKIeoTu10B: TATA (xak npumep, cM. puc. 17).

Jlyist iportecca TpaHCISIHH, TO €CTh cuHTe3a Oenka Ha MPHK, Takske MMEIOTCSl CBOM CIICIIH-
aJbHbIE 3HAKU NMpEeNUHaHMsl. TaKOBBIMU SIBIISIFOTCS OT/AEIbHBIE TPOUKH HYKJICOTUOB (TPHUILIETHI).
Ha puc. 17 oHm BBIAETCHBI XUPHBIM MPUPTOM. MeCTO, ¢ KOTOPOrO HAYMHAETCS KOAWPOBAHHE
Oenka, — ctapt—curnai — tpumiet AYT. Jlanee cienyroT TpUIIeTbl, KOTOpble KOAUPYIOT aMUHO-
KHCJIOTHI B OeJike. A B KOHIIE TEKCTa UMEETCSI CIIEIHaIbHBIN cTorn—curHal (Tpumietr YIA).

Ho 310 eme He Bce. JJHK wnHOrma mperepreBaer HEKOTOpbIE XMMHYECKHE W3MEHEHMS.
W3BectHa takas xumudeckas moaupukamus JIHK, kak MeTuimpoBaHHe, KOTOpPasik MPOUCXOIHUT
CTPOTro M0 JUHYKJIEOTHIaM—CUTHajIaM, IPEACTaBISIOMNUM cO00M nmapy HyKJIEOTHIOB, B KOTOPO
nepBbIM uzeT I, a 3a Hum L. HakoHerr, BaxHbIMU CUTHaIaMM B T€HaX SIBJISIOTCS YYaCTKH, OIpee-
JISIFOLIME TaKOW BayKHBIM IPOLECC, KaK CIJIAHCHHI, KOTOPBIM IPOUCXOIUT yXKe Mociie 00pa3oBaHus
PHK na rene. O6 3TOM 1 OWJET peub Aaliblie.
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MeHbl NOCTPOEeHbI N3 KYyCKOB

VYenexu B M3y4yeHUHM T'€HOMA 4YeJOBEKa, a ellle paHee — MPOBEACHHBIN aHaINU3 OTACIbHBIX
TeHOB JPYTUX BBICIIUX OPraHU3MOB, MPUBEIH K Psy MPUHIUIHAIBHO HOBBIX M COBEPILIEHHO
HEOXXHMIaHHBIX JIJI51 TEHETUKOB PE3YJIbTaTOB B OTHOLIEHUH YCTPOMCTBA T€HOB, 0COOCHHO TEX, KOTO-
pble KoaupytoT O6enku. Co BpeMEeHHU MOSBICHUS LIEHTPAIbHON JTOTMbI MOJEKYISIpHON Onomoruu
JyMaJjiH, 4TO HeTIpephIBHAS JIMHEWHAs [TOCIe0BaTeNbHOCTh HyKIeoTH10B B JIHK ¢ momorisio Tpu-
IUIETOB HYKJIEOTH—AOB KOJUPYET HEMPEPHIBHYIO MOCIENA0BaTeNbHOCTh HyKIeoTu0B B MPHK, a
MOCIEAHsS KaK MOCPENHUK MepeaaeT 3Ty MH(OopMalnio Ha pubOCOMBI, KOTOphHIE, CYUTHIBAS €€,
OCYIIECTBIIAIOT CUHTE3 JTUHEHHBIX MOJEKYN OEJNKOB. TO COOTBETCTBOBAJIO CHUTYAIHH, KOTOPYIO
NepBOHAYAIBHO HAOIIONAMH MPU U3YYSHUH TeHOB y OakTepuil. OIHAKO y BBICHIMX OPTaHU3MOB,
BKJIIOYAsl YEJIOBEKa, (M Jake y HEKOTOPBhIX HU3IINX) KapTHHA OKa3anach 0ojee CI0XKHOM.

Korna cpaBauBanu MPHK u cooTBeTcTByIOmUA 6€7I0K, TO AEHCTBUTETHLHO OOHAPYKUBAIIN
HEMPEPHIBHOCTh UX HYKJICOTHIHBIX U aMHUHOKUCIOTHBIX MocienoBarenbHocTeit. To ke Habmio-
TN ¥ TPU COMOCTABICHUU TMOCIEAOBATENIbHOCTEH aMUHOKHUCIOT B OelKax M HYKJICOTHIOB B
reHomax BuUpycoB. OHAKO C MOSBICHUEM BO3MOXHOCTH CEKBEHUPOBATh MPOTSHKEHHBIE YUACTKU
JIHK (T. €. HEmOCpeACTBEHHO T'€HOB) KaK y HEKOTOPHIX BUPYCOB, TaK U Y BBICHIMX OPraHHU3MOB
MOJYYWIIM COBEPILIEHHO HEOXKUIAHHBIE Pe3ynbTaThl. BHYTpU HYKICOTHAHBIX MOCIEI0BATEIbHO-
creit JJHK, xonupyromnmux Oenok, ObIIM 0OHApy>KEHbI KAaKUE—TO HHbBIE, HUUETO HE KOAMPYIOIINE
yuacTku. Yyneca, na u Tonbko! B uem xke neno? Oka3anock, 4TO MHOTHE T€HbBI «PacuICHEHbD Ha
oTaenbHble Kycku. OHM U3 3TUX KYyCKOB, KaK U MOJIOKEHO, KOMUPYIOT OENIOK (MX HA3Ballu IK30-
HAMM), a IpyTHe HUKaKue OeJIKM KOJUPOBATh HE CIIOCOOHBI (MX Ha3BAJIM HHTPOHAMM) U PACIIONO-
KEHBI MEX]Ty 9K30HaMU. Takum 00pa3om, B reHe KOAUPYIOIIUE U HE KOTUPYIOIINE YIaCTKH Mepe-
MexaroTest Apyr ¢ apyroM (puc. 18). Tak ycTpoeHO OGONBIIMHCTBO OETOK—KOAUPYIOMIMX T'€HOB.
XOTs UMEIOTCS U UCKIIOUeHUs. B 3TUX ciyyasx roBOpAT, YTO Ie€H YCTPOEH M3 OJHOTO 3K30HA U
UHTPOHOB HE COJCPIKUT.

Takoe pazopBaHHOE (3K30H-UHTPOHHOE) CTPOCHHE 0KAa3aJI0Ch XapaKTePHBIM JJIs TOIaBIIs-
Io11ero OONBIIMHCTBA (XOTS U HE JJIA BCeX) T'eHOB 4elloBeka. Bmecre ¢ TeM y OONbIIMHCTBA MPO-
CTEHILINX OPraHu3MOB UHT

AKIOH-HHTPOHHAA CTPYKTYPA OTAE/IbHbLIX 'EHOB

THC TOHMBLIN | |
— r

O0man wrvHa = $00 .M., LaMHa 3K30Ha = 400 n.u.

raoiHnORLIH '| J N
o s

OGuas annHa = 1666 n.H.. AnMHa 3K30H08 = 99 n.H.
teny ——H ———H—i
( N O6mas wnnsa = 42830 1., AaMHa 2k30H08 = 1263 n.4.
factor VIll - = -

-

ll
Ooman anuxa = 186000 n.H., anuea 3x30H08 = 2000 m.a.
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Puc. 18. Cxemarnueckoe U300pak€HHE SK30H—MHTPOHHOIO CTPOEHUS HEKOTOPBIX I€HOB
YeJloBeKa. DK30HbI — MPSIMOYTOJbHHUKU, UHTPOHBI — JIMHUU MEXIY NPSMOYTroJIbHUKaMu. Tem-
HBI€ MPSMOYTOJIbHUKU — YYaCTKH T€HOB, KOAUPYIOIIUE OeN0K, Oesble MPSIMOYTOJIbHUKY B IIEPBOM
U MOCJIEJHEM 3K30HAX — CIIEHMAIbHBIE YYaCTKU reHa, konupyromue MPHK, HO He kogupyromue
0eroK

POHBI HE OOHapY>KeHbl. Pa3Mepbl MHTPOHOB YaCTO 3HAUYUTENBHO MPEBBIILIAIOT Pa3MEPhI IK30-
HOB, YTO CYIIECTBCHHO YBEIMYMUBACT OOIIYIO JUIMHY HYKJICOTHIHBIX TTocienoBatensaocTeit JJHK,
oOpa3yromux red. [Ipy 3ToM B reHOMe 4esloBEeKa HHTPOHBI B LIEJOM CYLIECTBEHHO JJIUHHEE, YEM
y JIpyrMX OpraHU3MOB.

Kaxum xe o0pazom pazopsannblii JJHKoBBIN TekcT peanusyercs B KJIeTKax B BUJIE HEPA30-
pBanHoro PHKoBoro, a 3atem 0enkoBoro? BrissicCHUI0CH, YTO IEPBOHAYATIBHO IIPU TPAHCKPHUILIUH
reHa cuntesupyetcs oonpiioit PHK-npenmectsennuk, xonus J{HKoBoro tekcra (¢ sx30Ha—MHu 1
UHTpOHaMU BMecTe). [lasiee B pesynbrare padboTsl crienuduueckunx GepMEeHTOB IPOUCXOIUT HApe-
3anue PHK-npenmectBenHnka Ha Kycku. Te U3 HUX, KOTOPbIE HUYETO HE KOAUPYIOT (MHTPOHBI),
0TOPACHIBAIOTCS, & KOAUPYIOIINE KyCKHU (3K30HBI) COSAMHSIIOTCS MEXKYy COO0H, OOBIYHO B TOM KE
nopsiJike, Kak oHu pacnonaranuch ucxoano B JIHK. B pesynbsrare popmupyercs 3penast monekyina
MPHK. Ot1oT cinoxHbIi nporiecc v nojyuyus Ha3BaHue ciiaiicunra (puc. 19).

B mHTpOHaX comepxarcsi 0cOOble CHUTHANbI, KOTOPhIE Y3HAIOTCS CIIeNUANIbHBIMU (hepMeH-
TaMH, OCYIIECTBISAIOMUMHE crutaiicur. Tak, B 98% ciyyaeB MHTPOHBI HAYMHAIOTCA C TUHYKJIICO-
tuaa I'T, a 3akanumnBaroTcs AMHYyKIeoTUI0M Al. OHU—TO U CTy’KaT [NIaBHBIMHU CUTHAJIaMH JJ1s [Ipa-
BUJILHOTO OCYIIECTBIICHUS CIUIAiCHUHTA.

Bo Bcem 3TOM M COCTOUT OCHOBHOE HOy—Xay B OpraHM3allMM I'€HOB YE€JIOBEKAa U JIPYIHX
9yKapUOTUYECKUX T'€HOB. «JIOCKYyTHOE» yCTpPONCTBO OOJIBIIMHCTBA T€HOB — YPE3BBIYANHO BaX-
HOE 3BOJIIOLMOHHOE TPUOOPETEHNE BBICIINX OpraHu3MoB. 3a cueT ciutaiicunra B PHK moxer rpo-
UCXOIUTh COEIUHEHHE HE TOJIBKO MEKIY COCETHUMH PK30HHBIMU HYKJICO—THIHBIMH MOCIJIE0BA-
TENbHOCTSAMH, HO U MEXy APYTUMH, OTCTOSIILIUMU MOPOIl B TeHE HA 3HAUUTEIBHOM PACCTOSIHUM.
DTO HaA3BIBAIOT AJbTEPHATHBHBIM ciiaiicuurom (puc. 20). B reHoMe uenoBeKka ajbTepHATUB-
HBIW CITAMiCUHT XapaKTepeH Uil 0ojiee TPETU FeHOB. DTOMY MOKHO IPUBECTHU CIEAYIOLIYIO aHa-
JIOTHIO: U3 CJIOBA «aMUHHUCTPALU) 3a CUET yAaJeHUs OTAEIbHBIX OYKB U CIOrOB MOYXKHO 00pa3o-
BaTb MHOYKECTBO COBEPILIEHHO Pa3HBIX 110 CMBICIY CJIOB: /i, MUHUCTP, aMHUCTHSI, acTpa, HalUs.
CyliecTBoOBaHNE MHOXKECTBA aJbTEPHATUBHBIX BapUAHTOB CIUIACUHIAa B KOHEYHOM HTOre odec-
NIeYMBACT TMOSIBIICHHE O0Jiee YeM OHOTO OeliKa MPH AKCIPECCHH OIHOTO €MHCTBEHHOTO reHa. B
YaCTHOCTH, Ha FeHe Oeslka TpO—TIOHMHA YeJI0OBEKa, CoJeprKalleM 18 9K30HOB, 3a CUET aJIbTEpHATHUB-
HOTO CIUTAaliCHHTa MOXET 00pa30BbIBaThCs 64 paznuuHbIX Npoaykra! Celdac moncunTaHo, 4Tto B
CpPEeHEM OJIMH T'€H Yy YeJIOBEKa CIIOCOOEH KOAMPOBATH OKOJIO 3—X Pa3HbIX OENKOB. AJIBTEPHATHB-
HBIW CIUIAiCUHT 3aBUCUT OT MHOYKECTBA BHYTPHUKJIETOUHBIX U BHEIIHUX (DAaKTOPOB, B TOM YHUCIIE,
KaK [10Ka3aHO HEJAaBHO, JJa)kKe€ OT BUPYCHOI'O BO3/ICHCTBUS HA KIIETKY.

65



B. 3. TapaHTtyn. «l'eHOM 4ernoBeka: QHUMKIONEONS, HAMUCAHHAsA YeTbipbMs ByKBaMm»

o | acaom I
Harrpon

T epowrameii
NHEYET
TRAHEKPHIINE
PEARCTESH K
uPHK

P'H B~ paag amiai
AT IN T
VY DA B
IR
{emagiicencosEl

MPHE —p I

Puc. 19. O6pazoBanue monekyn MPHK na PHK-npenmectBeHHuke B pesynbrare Cruiai-
cunra. I3 PHK-mipenmecTBeHHrka Bblpe3atoTcsi (hparMeHThl, CHHTE3UPOBAHHBIE C MHTPOHHBIX
IIOCJIEI0BAaTEIbHOCTEN I'eHa, 8 Y4aCTKH, CHHTE3UPOBAaHHBIE HA DK30HAX, COSAUHSIOTCS APYT C ApY-
TOM, YTO B KOHEYHOM HTOTE PUBOAMT K (hOpMUpOBaHHUIO 3penoil pyHKIHOHAIEHO akTuBHOW MPHK

OK30H-MHTPOHHOE CTPOEHUE T'€HOB J1aJI0 MPUHLIMIINAIBLHO HOBYIO BO3MOYKHOCTbH ISl 3BO-
JFOIIMH T€HOB — KOMOMHHPOBATh OT/IENIbHBIC JIEMEHTHI IPH (POPMUPOBAHUH TeHOB. B pesynbrate
3TOTO B 9BOJTIOLUH BO3HUKAIN HOBBIE T€HBI, KOJUPYIOIINE Pa3HbIe OEJIKU 3a CUET Pa3HOro coyeTa-
HUS DK30HOB OZHOTO U TOTO K€ reHa. To eCTh U3 yKE TOTOBBIX «CJI0OB» COCTABIISIOTCS COBEPIICHHO
pasHbIe «IIpemIoKeHusD. Y Takol Moaxo/, UCIOJIb3yEeMbIN IPUPOAOH, OKa3aJcs BecbMa IIPOAYK-
TUBHBIM.

CremyeT oTMETHTB, uTo U B 3penoit MPHK, kotopas o6pasyercs yxxe mocie yaaaeHus U3 mep-
BUYHOT'O TPAHCKPHUITA HHTPOHHBIX HYKJIEOTUIHBIX MOCJIEI0BAaTEIbHOCTEN, TAKKE HE BCE yUACTKU
KoaupyroT Oenok. OHAaKo, B OTIINYME OT UHTPOHOB, TAKUE MOCIEI0BATEIILHOCTUH HYKI€O—TUI0B
pacrnojokKeHbl B Hayajle U B KOHIIE MOJIEKYJBI (cM. puc. 18). VX pa3mepsl Takke CyLIECTBEHHO
pasnnuarorcs. Tak, B pazHbix MPHK ueno
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AnbTepHaTUBHBLINA CNNAWCUHT

Few [ — —— —

NeparyHbIA
TRAHCKPHAT

Puc. 20. Cxemarnueckoe U300pakeHue albTEPHATUBHOTO cIuiaiicunra. [IpsmMoyroisHuKamMu
pa3HoOro oTTeHKa 0003HAYECHbI HK30HBI, YEPHBIMH JIMHUSAMH — UHTPOHBL. [loKa3zaHbl TUILb J1BE U3
MHOXkecTBa BO3MOKHBIX MPHK, 00pasytomuxcs Ha o1HOM reHe

BEKa HEKOJUPYIOIasi 00JIacTh, PAcIOIOKEHHAs B Hayalle MOJIEKYJIbl, uMeeT JuiHy oT 2800
1o 18 nykneornnos (B cpenHeM 200 HyKI€OTUAOB), a Ta, KOTOpasi pacloJI0kKEHA B KOHIIE, COCTAB-
asiet ot 8500 mo 20 mykieotuaoB (B cpearaem 1000 HyKI€OTHAOB). DTH HEKOTUPYIOUIHE OCIOK
00JIacTH reHa OueHb BaXKHBI U151 HOpMaibHOTO QyHKIMonupoBanus MPHK, ee Tpancmsuuu, cra-
OUJIBHOCTH M JIOKAJTHU3alMK B KieTke. Kak yxe ToBOpHiIoCch, Ha OJHOM I'€HE 3a CUET aJlbTepHa-
TUBHOT'O CIUTaliCHHTa MOKeT 00pa3oBbIBaThcs Heckoiabko MPHK. CrenyeT moquepkHyTh, 4TO U Ha
onHo# yxe chopmupoasieiicst MPHK moryT o6pa3zoBsiBaThbes pasHble O€IKH. DTO IPOUCXOANT 32
cueT Hanuuus B 50% MPHK uenoBeka He oqHOTO, a 1ByX AY I —KOI0HOB, ABJISAIOIIMXCS CTAPT—CUT-
Hanamu s cunTte3a 6enka Ha MPHK. 3a cueT 3Toro, B pa3HbIX CHTyalusiX KJIE€TKa MOXKET HauaTh
cuHTe3 Oenka ¢ pa3Heix MecT MPHK, B pesysnbrare uero o6pa3syrorcst pa3Hsie 10 JUIMHE, a TIOPOH U
10 CBOMM CBOWCTBaM, Oenku. OnsATh 5ke MpUMep U3 IMHIBUCTUKU. ECITM 4MTaTh TEKCT HE C EPBOii,
a co BTOpOM OyKBBI, CMBICIT 3a4aCTyI0 COBEPILICHHO MEHSETCS (CpaBHUTE: yAOUKA U JI0UKA).

B cBsI31 co BceM 3THM MOHATHO, YTO Kilaccuueckas (popMyna reHeTHKOB «OIUH T'eH — OJJUH
0en0Kk», npeanoxenHas Jaypearamu HoGenesckoit nmpemun [xopxem buninom u Dnyapaom Tary-
MOM, OKa3bIBaeTCs B PEaIbHOCTU CHPABEAIMBOM JIUIIb JUIsI HEOOJIBIION TPYIIIBI TEHOB, @ MHOTHE
TeHbI (BO3MOXXHO, OOJIBIIMHCTBO) KOAUPYIOT CEMENUCTBA POJCTBEHHBIX, HO CYIIIECTBEHHO OTIMYa-
IOLTUXCSI OEJIKOB, TO €CTh HEPEAKO ACUCTBYET MPUHIIHII «OJJMH I'€H — MHOTO OEJIKOBY». 3a CUET ATOTO
B F€HOME OCYILECTBIISIETCS] IPUHLIUI SKOHOMHUH T'€HETUUECKOT0 Mareprasia (KOMIIAKTHAs 3allUCh) U
JOCTUTAETCs OONBIION HAOOP TeHHBIX MPOAYKTOB — OEJIKOB — HA OTHOCUTEIILHO HEOOJIBIIOM YHCIe
T€HOB.

B tabnuue 3 npuBeneHa o6mas XxapakTepucTHKa OeIOK—KOJUPYIONINX T€HOB, BBISIBICHHBIX
B PE3Yy/bTAaTE CEKBEHUPOBAHUS T€HOMA YEJIOBEKA.

Tadnauuna 3. YcpenHeHHbIE JaHHbBIE O CTPYKTYpe OeIOK—KOIUPYIO—IIIMX TeHOB FTeHOMa YeIo-
BEKa
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XapakrepucTHEA INeHOB Cpenaue sHauenns
a0 3KI0HOE 8,8
Pasmep napoHos 3365 m. 1.
JnMHA KO PYIONEH I0CIE108ATENbHOCTH 15340 . \.
Paamep 27000 n. A

B peanbHOCTH pa3mepsl pa3HbIX T€HOB, a TaKXKe WX K30HOB M MHTPO—HOB CHJIBHO OTJINYa-
1oTcsi. 1 OCHOBHOM BKJIa/ B 3Ty BapHaOeIbHOCTh BHOCST HHTPOHBI. YK€ TOBOPHIIOCH, YTO MAaKCH-
MaJIbHBIN MO pa3MepaM I'eH IUCTpOoHHA 3aHMMaeT B reHoMe 4enoBeka 2,4 mMiH. 1. H. [logasms-
IolIast YacTh 3aHATa UMEHHO MHTPOHAMHM (MX CPeIHUH pa3Mep COCTaBIISAET HECKOJIBKO JIECATKOB
ThICAY 1. H.). HanOombIyto KoAMPYIOLIYIO MOCIEI0BAaTEIbHOCTh B TEHOME YeJI0BEKa UMEET I'eH IO
umenu mumun. Ero pasmep paBen okoiio 81000 . H. TOT reH — YEMITUOH U 10 YUCITy HHTPOHOB
(178 mryk!), v mo quMHE eAMHUYHOTO dK30HA (17106 1. H.).

BaxHO 0TMeTHTb, 4TO pa30MBKa I'€HOB Ha OTAEIbHBIC YK30HBI Hecoy4aiiHa. HuBuayas-
HBIHA 3K30H YaCTO KOAUPYET He MPOCTO KAKyH—TO YacTh OEKOBOM MOJEKYIbI, a ONpPEAeICHHbIH
(parmMeHT Oernka, BBIMOTHSIOMINHN B 1IeJIOM OelIKe OTJeNbHYI0 (YHKIUIO. Takoi OTIeNbHBINH CTPYK-
TYPHO—(DYHKIIMOHAJIbHBINA ()parMEHT, BXOASALINA B COCTaB IeJIOr0 OejKa, Ha3bIBAIOT I0MEHOM.

MNMepekpbiBaHWe reHHbIX TEKCTOB

[Tpunnun komnaktHocTy 3anucu uHopmarnuu B JJHK mposBisiercs eme B ogHoM. Baxk-
HBbIH (akT, 0OHapy>KEHHBIN IEPBOHAYAIIBHO TP aHAJIM3E [TOCIIE]0BATEIBHOCTEN FEHOB Y BUPYCOB,
3aKJIF0YAETCs B TOM, YTO B OJJHOM U ToM ke yuacTke [IHK nnoraa moxer ObITh 3anicana uHpopma-
U o IByX coBepineHHo pa3Hbix PHK (1, cooTBETCTBEHHO, O COBEPIIIEHHO pa3HbBIX Oenikax). Takoe
Clly4aeTcs ¥ B T€HOME BBICIIMX OpraHM3MOB, BKIto4as 4yesoBeka. Kak e 3To ocymecrsisiercs?
Bcnomuanm, uto 3anucannbiii B JJHK TekcT sBHO He pa3ouTt Ha ciioBa (OyKBBI — HYK—JICOTHIBI —
cnenytot B moiekyie JIHK omna 3a npyroii). Ho cioBa B 3TOM TekcTe €CTh, MPOCTO 3HAKHU ITyHK-
Tyalllu U Pa3pbIBbI MEX/y CJIOBaMHU CKPBITHI OT IV1a3a U y3HAIOTCS KJIETKOM MOCIIe EPEKOAUPOBKU
nndopmaruu u3 JJHK B PHK. J{ns1 Gonpiiei HarIsiAHOCTH IPUBEIEM IIUPOKO U3BECTHBIA IPUMED
TaKOro TEKCTa:

HAIIOJIEOHKOCWJITPABYIIOJIAKUITEJIMCOJIOBBAMMU.

B 3aBucuMocTH OT pa30MBKHU 3TOTO TEKCTa Ha CJI0BA MOJIYYaeTcs JBa MPeII0KEHUS C COBEP-
LICHHO Pa3HbIM 3HAYE€HUEM:

HA TIOJIE OH KOCHWJI TPABY I10JI KUIIEJIN

COJIOBBbAMU

HAIIOJIEOH KOCWJI TPABY ITOJIAKU ITEJIN

COJIOBBAMU.

Teopernuecku Ha aByx uernsx JHK ¢ ydeTtoM Toro, 4to Koa TpUILIET—HbIA, MOXKHO 3aIlH-
cath 6 pa3HBIX TEKCTOB: TPY Ha OJHOMW IIEMHU M TPU HA JPYrod. ITO MOKET OBITh JOCTUTHYTO 32
CUET CABUIa TOUYKU Ha4aJla CYUTHIBAaHUS MHPOPMALIMH, YTO HAa3bIBAIOT CABUTOM PaMKH CUUTHIBAHUS
(HauaI0 CYMTHIBAHHS BO3MOXKHO C JIFOOOTO M3 3—X Pa3HBIX PAIAOM JISKAIMUX HYKICOTHIOB) (CM.
puc. 21). Takoe siBjIeHHE MOTYUYNIIO Ha3BaHUE TIEPEKPBIBaHKS T€HOB. BriepBhie OHO OBLII0 0OHApY-
KEHO y BUpycoB. U 31eck ObUIO MOHATHO, 3a4€M 3TO NOTpeOoBanock. BupycHble reHOMbI OOBIYHO
o4yeHb MajieHbKue. [lepexpbiBaHue reHOB JUKTOBAJIOCh HEOOXOJMMOCTBIO KaK MOKHO KOMITAaKTHEE
pa3MecTuTh HHPOPMALIHIO HA OTHO

68



B. 3. TapaHTtyn. «l'eHom 4enoBeka: QHUMKNONEANd, HanucaHHasa YeTblpbMs BykBaMmm»

AFTTAT TFL UAT TTA ALUT TAF LUT LULUT  Koponb: gns Benka A
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Puc. 21. Cxemaruueckoe nzo0Opaxxenue nepekpbiBanus 18yx JIHKoBbIX TekcTOB, 3amucaH-
Hbix Ha ogHoM ydactke JIHK. bemok A o6pa3syercs na MPHK, koTopast Tpancnupyercs ¢ ogHuX
KoJ10—HOB, a Oenok b o6paszyercs na MPHK, untaemoii (TpanciupyemMoil) co cIBUIOM B OIWH
HyKJ1eoTHa. B pesynbrare KomoHb! (OHU pa3zesieHbl MpobesiaMu) COBEPIIEHHO pa3HbIe, U, COOT-
BeTCTBEHHO, pu TpaHcasiuuu MPHK o6pasyrorcs coBepiieHHO pa3Hble OeJIKH CUTEIBHO KOPOT-
kux mosekynax JJHK. Boibiioi reHoM denoBeka TEOPETHUECKH MO3BOJISIET 000HUTHCH O€3 TaKoro
nepexpbiBaHus. OJJHAKO U B TEHOME YEeJIOBEKa, XOTS M OTHOCUTENBHO PEKO, IEPEKPHIBAHUE F€HOB
TaKXe HUMEETCsl.

KaxoB MokeT OBITH CMBICIT B COXpaHEHUH 3TOro (heHoMeHa B reHoMme desoBeka? [loka eme
HE BCE SICHO, HO KOe—KaKhe MOMEHTHI yKe IposicHsoTcs. Hanpumep, B psae ciayyaeB 0OHapy HIN
cuntbiBanne PHK ¢ pa3npix neneit omnoro yuactka JJHK. Oto mpuBomut k 00pa3zoBaHUI0 TaKUX
PHK, koTopsI€ B CHIIy KOMIUIEMEHTAPHOCTH MOTYT B3aMMOJEHCTBOBATh APYT C APYTOM B KIIETKE,
oOpa3ys B pesynsrare nsyHureBbie PHK. A B nBy—HuteBom Bune MPHK He criocoOHa k Takomy
BaXHOMY IPOLIECCY, KaK TpaHC/IALUA. TakoB peanbHbI MEXaHU3M clieln(UYecKor perynisuun
(MHAKTHBALIMM) 3KCTIPECCUU T€HOB YEJIOBEKa, YHCIO KOTOPBIX, MO MOCIEIHUM OLIEHKaM, COCTaB-
nset ~ 1600.

He Bce reHbl kKogupyrot 6enku

[Ipexne Bcero, cieayeT OTMETUTh, YTO KPOME T€HOB, KOIUPYIOIIUX OElIKH, B TeHOME HMe-
10TCA elle reHbl, Ha KoTopelx cuHTesupyercss PHK, xotopsie He saBustorcs MPHK (To ecth, He
KOAMPYIOT OEI0K), HO BBIMOJIHSIOT PsIJl CAMOCTOSITEIbHBIX BAKHBIX (DYHKIIUH B KileTKaX. B pe3yib-
TaTe MOJIy4aeTCsl CUTyalusl, YTO TPAJAULMOHHOE IPUBBIYHOE ONPENEICHUE FE€HA HAaJl0 PACILUPSITh,
BKJIIOUMB B HETO T€HbI, KOAUPYIOIUE OCJIKM, M TeHbI, HE KOIUpYoIue OeKH, HO KOAUPYIOIIHNe
¢ynkunonanbHo 3HauMMbie PHK.

JaBHo yxe uzBectHo, uto kpome MPHK na JIHK cunTe3upytorcst pazHooOpa3Hble BCIIOMO-
rarenbHble PHK, koTopble camu He TpaHCIUpYyrOTCs (T. €. OHU HE KOAUPYIOT OeNIKM), HO ydacT-
BYIOT B Pa3HbIX KJIETOYHBIX Npoueccax. B nepyro ouepens ato PHK «nomamnero xossiicteay —
pu—6ocomubsie PHK (pPHK), Tpancnoprasie PHK (TPHK) u 1p., koTopble yuacTBYyIOT Hemocpe-
cTBeHHO B cuHTe3e Oenka Ha MPHK. Ot PHK koaupyroTcst yqactkamu, KOTOpbIEe TaKKe Ha3bIBa-
IOTCSl TeHaMH, U COCTaBIsIt0T ocHOBHYI0 Maccy PHK B kietkax. pPHK BxoasT B coctaB pubocom,
SIBJIAACH BaKHBIM KOMIIOHEHTOM MX CTPYKTYpHOI OpraHm3anuu. Y 4ejoBeKa NMPUCYTCTBYET ABa
ocHoBHbIX TUMa pPHK pa3zmepom okono 1900 mykneorunos u 6onee S000 HYKICOTHIOB B MaIOH
u OonbII0i cybuacTuax coorsercTBeHHO. Eme onnu Hekoqupyromme 6enok PHK — TPHK, koto-
pble 00ecreynBaroT anmnapar TPaHCISIIMY, TOATACKUBask K puOOcoMaM pa3IuuHble aMUHOKHUCIIOTHI,
BCTyHAlOLIME B PEaklnIo ApyT ¢ Apyrom. B renome uenoseka rensl, kogupyromue pPHK u TPHK,
MIPECTaBIeHbl MHOTOUYNCIIEHHBIMU KOUAMU. Tak, B cekBeHupoBanHOU JIHK uenoBeka oOnapy-
xeHo okoi1o 500 renos, kogupyromux TPHK. I'enos ni1s pPHK B renome uenoBeka BbISIBIEHO OKOJIO
200 xomuii, KOTOPBIE PACMONOKEHBI Ha 5S—TH pa3HbIX XpoMocomax (13, 14, 15, 21 u 22).

Nzyuenue cBoiicts PHK npuBeno k Tomy, uTo nmpezacTaBieHne 00 UCKIIOYUTEIBHOCTH Oell-
KOB B Karajau3e OMOXMMHUYECKUX PEAKIMH MpHILeN KOHell. BBIACHWIOCH, YTO B MPHUPOJEC HUMe-
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torcs Buabl PHK, xoTopeie, momooHo OenkaM, 00J1aqar0T BEICOKOCTICIIM(PHUSCKON KaTaTUTHICCKON
AKTUBHOCTBIO.

OdeHb BaKHBIM CTaJI0 OOHAPYKEHHUE B TEHOME YEJIOBEKAa MHOXKECTBA JPYTUX I'€HOB, TAKKE
npomsBogsmux PHK, HO He criocoOHBIX KoaupoBath Oenok. [TocTeneHHo BBISCHUIIOCH, YTO HEKO-
TOopble U3 Takux He koaupyromux 6enku PHK npuHuMmaror ydactue B BaKHEHIIMX Ipoleccax,
MPOUCXOASIIMX B KieTke: perymsiunu Tpanckpunuuu [IHK, crutaiicunra u tpancasunn MPHK,
MOJYIHPOBaHUM (YHKIMI OEKOB M MX MPOCTPAHCTBEHHOTO pacrpenenacHus B kieTke. [1o atoit
IpPUYMHE UX Ha3Bajau puboperyiasitopamu. M npumepoB Takux puOOPETyISTOPOB YyXke ceifuac
MOXXHO TIPUBECTH HEMaso. Tak, YCTaHOBJIEHO, YTO HE KOIMPYIOMHUK OeNoK ydacTok rena H19
MMeEET OTHOUIEHHUE K psLy IPOLIECCOB, IPOTEKAIINX B KIETKAX, U, B YACTHOCTH, K UX 3JI0Ka4e-
cTBeHHOMY nepepoxjenuto. Jpyroir PHK—komupytomuii ren koHTponupyer paboty Oenok—ko—
nupytomiero rena HFE, BOBIEUEHHOTO B METAa0OIM3M JKejle3a U CBA3aHHOIO C HACJIEICTBEHHBIM
3a0oneBaHueM xemoxpomaro3oM. B nociennem cinyyae PHK—niponykT kogupyercs Tem ke caMmbIM
TE€HOM, KOTOPBIM OH PETyaupyeT, HO ero o0pa3oBaHuE OCylIecTBisieTcss Ha apyroil Hutu JJHK.
B pesynbrare Tak Ha3pIBaeMbI aHTHCMBICTIOBOU (komruieMeHTapHblil) PHK-—mponykt criocoben
B3aumozerictBoBarh ¢ MPHK, 06pasyst rubpusl, HecrnocoOHbIE TPAHCIUPOBATHCS B pubocomax ¢
oOpazoBanueM Oenka. Enie oqun nntepecHslii red — ren PHK—aktuBaropa crepounnoro peuern-
Topa. OH 0OecTneunBaeT aKTUBHOCTh CTEPOUIHBIX PEIIEHTOPOB 32 CYET 0Opa30BaHUS KOMILIEKCA C
3TUM O€JIKOM.

B xieTkax yenoBeka, Kak U y JIpyrux OpraHu3MOB, BBISIBIEHBI KOPOTKHE ABYHHUTEBbIe PHK
(MuxpoPHK), oTaenbHbIe U3 KOTOPBIX, TO—BUIMMOMY, MOTYT Y4aCTBOBAaTh B IPOLIECCE PETYIIALUN
9KCIIPECCUM T'€HOB uepe3 MexaHu3M, HazBaHHbI PHK-unTepdepennueii. 10T MexaHusMm BIiep-
Bble ObUT 0OHapy»keH B 1998 rony y Hus3mux opranusmos. Paznuunsie MukpoPHK B kiteTkax uepBs
C. elegans oka3anuch B COCTOSSHUU «IIPUIIYIIATh» pabOTy CTPOTO ONpEAETCHHBIX T€HOB MyTEM
BO3/ICMCTBHS Ha MMPOLIECC CUHTE3a KOAUPYEMBIX UMU OeNIKoB. BriosHe BEposTHO, U y YeI0BEeKa MUK-
poPHK wurpator momo6Hy0 posb.

Taxum 006pa3om, MbI BUJUM, YTO MPOAYKTHI F€HOB, KoAupytomux tosibko PHK, BmemuBa-
FOTCSI B Pa3JIU4HbIC KJIETOYHBIE IPOLIECCHI, HCTIOIb3YsI IPU 3TOM COBEPIIEHHO PA3HbIE MEXAHU3MBI.
['ensl pubopery—isTopoB COCTaBISIOT, TO—BUINMOMY, 3aMETHYIO 4acTh T'eHoMa denoBeka. [1pu-
MEpHbIE OLIEHKU TOBOPST O BEJIMYMHE HA MOPSIOK OOJbIIe, YeM A0S OETOK—KOIUPYIOIUX HYK-
JICOTUJTHBIX TTOCTenoBaTenbHOCTEH. CaM (haKT CymecTBOBaHUS TaKUX TEHOB, HECITOCOOHBIX KOIH-
poBarb 0eJOK, HO peajbHO MPOSBISIOMUX ce0sl B IPOU3BOICTBE (PYHKLIMOHUPYIOMIMX B KJIETKaX
PHK, ctaBut 00JbI10#1 BONIPOC Mepe] UCCIe0BaTEeNIIMU TeHoMa. M, B IepByto odepe/n, 4To ciie-
JyeT ToCJie 3TOT0 CYUTATh COOCTBEHHO TE€HOM?

eH B reHe (reHHasi maTpeLuKa)

N3penka oOHapyKUBAIOTCS BapUAHTHI, KOTAA BHYTPU OAHOTO T'eHA LEIHKOM COIEPKUTCS
JPYTO¥, MEHBIIHIA IO pa3MepaM I'eH. JTakas CBoeoOpa3Has «MaTpPelIKay, TOCTPOSHHAs U3 TEHOB.
Takast opranu3anus reHoB BecbMa penka. Tak, B XxpoMocoMe 22 UMEETCs JIMUIb 2 TaKUX Claydas.
Yarme Bcero 0eOK—KOAMPYIOMIUNA T€H PacIoyiaraeTcsi B MHTPOHE JAPYToro 0eI0K—KOIUPYIOIIETo
reHa. Ho BcTpeuarorcs u apyrue BapuaHThl. B kauecTBe nmpumepa MOKHO MPUBECTU CUTYALIMIO,
HMMEIOIIYI0 MECTO JUIsi MU—TOXOHpHUAILHOTO TeHa ogHoi u3 pubocomubix PHK. I'en, xogupyro-
it oty pPHK, obecnieunBaeT ero puG0COMBI MUTOXOHIPUN B KaYECTBE CTPYKTYPHOTO KOMIIO-
HeHTa (T. €. He kogupyeT Oenok). OnHako BMECTe C TeM HEOOJBIION Y4acTOK, PACIONOKEHHBIN
BHYTPHU 3TOTO T€HA, KOAUPYET KOPOTKUH OENOK (TMONMUIENTH), TOTYYUBIINNA Ha3BaHUE TYMaHUH
(ot anr1. human — 4enoBek), KOTOPBIN MPUHUMAET YYaCTHE B IIPOLIECCe MPOTPaMMHUPOBAHHOMN KITe-
touHoU rubenu. To ects B PHK—Kkonupytoiem reae MoxeT copepxarcst 6eI0K—KOIUPYIOLIUii TeH.
Jpyroii BapuaHT—y>ke ynoMuHaBiuiics Beime reH H19. 3nech, HA000pOT, TeH, KOAUPYIOIIUN
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0eJI0K, COIEPKUT BHYTPH CBOCH KOAMPYIOIIECH YacTH APYroil 0ojiee KOPOTKHUA T'eH, KOAUPYIOIIHNA
tonbko PHK, koTopast mpuHMMaeT yyactue B peryssiiuu padoThl 3TOTO TeHa.

leHHble cemencTBa

Kak y mroneit umeroTcst ceMbH, Tak U y TEHOB HEPEJKO CYLIECTBYIOT cemeiicTBa. CeMelncTBOM
TeHOB Ha3bIBaIOT HAOOp M3 BYX WU OoJiee T€HOB, YbM 3K30HBI POIACTBEHHBI MEXAY COOOH, T. €.
MOXOKH (XOTS U HE UACHTUYHBI) TI0 HYKJIEOTHIHOM MOoCcIe10BaTeNbHOCTH. B reHOMe yenoBeka mpu-
CYTCTBYET OKOJIO MOJYTOpPA ThICSIY TAKMX CEMEHCTB I'eHOB. IIprueM TOJIbKO OKOJIO COTHU U3 HHUX
creru(pUYHbI AJIs YelIOBEKa U APYTUX MO3BOHOUHBIX KUBOTHBIX, TOT/Ia KAK OCHOBHAsI Macca r'eH-
HBIX CEMEMCTB UMEETCS U y UEJIOBEKA, U Y YEPBS.

Pa3Hble wieHbl OIHOTO CEMENCTBAa I€HOB BO3HUKAJIM B HBOJIIOLMU W3 OJHOIO reHa—TIpen-
HIeCTBEHHHKA (YCJIOBHO — OT OJIHOTO Mparpanpajiena, Kak u B yenoBedeckoil nmomynsauuu). [Ipo-
1ecc, B pe3ysbTaTe KOTOPOro MOSBISUIUCH «KOMUWY, TIOTYyYUIl Ha3BaHUE AYIUIMKAIUM, T. €. YIBO-
eHus. Takue QyIIMKalMu B HEKOTOPBIX CIy4yasX MPOUCXOIAT HE OJHOPA30BO, & MHOTOKPATHO.
Ceituac cTano sICHO, UTO AYIJIMKALIMK UTPAIOT OYEHB BAKHYIO poJib B 3BOItoLMHU. [logcunrano, yto
B T€HOME Y€JIOBEKA B CYMME IYIUIMIIMPOBAHO OKOJIO 3,6% HYKJICOTUIHBIX MOCIEA0BATEIbHOCTEN
pasmepom B 1000 u Gomee 1. H.

Pa3Hble koM 0IHOTO CEMENCTBA FTEHOB MOTYT PaciojlararbCsi B FTeHOME PsJIOM U CJIEI0BaTh
JpyT 3a ApyroM (3TO Ha3bIBAIOT TaHAEMHOH Mymiukanuei). PaccMOTpuM HECKOIBKO MPUMEPOB.
Taxk, rensl, konupytoiue pudbocomuyto PHK (pPHK) u 6enku rucToHbI, pacriooxKeHbl B TEHOME
YeJI0BEKa B BUJIE KJIACTEPOB, TOCTPOCHHBIX U3 OTHUX U TEX K€ MMOCIEI0BATENBHOCTEH, CIIEYOIINX
IpyT 3a apyrom (puc. 22).

— il —

e A4 T.NH. P QA TNH, f—

MNoaTopRIOLARCA &AMHNLLA
puﬁ:}rﬂuunrn reHa

Puc. 22. CtpoeHne ydyacTka FeHOMa 4eJIOBEKA, COCTOAILErO U3 MHOKECTBA T€HOB, KOJIUPYIO-
umx pudocomubie PHK. YTonmiennble TMHUN — TpPaHCKpUOUpPYEMbIE YHaCTKU

Takue «rpo3/ibs» OTMHAKOBBIX TEHOB OOBIYHO TPEOYIOTCS OPTaHu3MYy JIJIsl TOTO, YTOOBI Hapa-
OarbIBaTh OOJIBIIINE KOJIMYECTBA ONpeAesieHHoro npoaykra. Jlefictsutensno, pPHK cocrasmnsier mo
Macce OCHOBHYIO 4acTh Bcel kinetounor PHK, BXoas B cOCTaB TakMX BaXHBIX «MalluH» KIIETKH,
Kak pubocombl. OTpoMHast Macca TUCTOHOB HYXHa KJIETKE ISl YIAKOBKH TUTAHTCKUX MOJICKYIT
JIHK u myioTHO#M yKJIagku BX B XpOMOCOMBI. Bo BCeX Takux Ciiydasix TOBOPST O OOJBIION «103€»
reHa B TeHOME, KOTOpasi B KOHEYHOM MTOT€ M 00ECIIEUMBAET KIETKY OOJBITUM KOJIMYECTBOM IPO-
TyKTA.

OpnHaxo B OONBIIMHCTBE IPYTHX CIy4aeB BOSHUKAIOIINE B PE3YJIbTATE TYTUIMKALIUN KON
TEHOB MTOCTEINEHHO MPETEPIIEBAIOT H3MEHEHHUS (MYTAIIMH ), YTO TPUBOIUT K BOSHUKHOBEHHIO OTIPe-
JIETICHHBIX Pa3Inuui MEXIy HUMH, XOTS (HOPMaAIBHOE POACTBO MPH ATOM COXpaHsieTcs. Takoi
nporecc ObUT Ha3BaH JAUBEPreHIUel, T. €. pacxokaeHueM. [IuBepreHuo 0ObIYHO BhIpaXaeT B
MPOLEHTAaX Pa3INIUi MEXK Ty IByMs pOACTBEHHBIMH MO CIEA0BATEILHOCTAMH HYKJI€OoTH10B B JIHK
WM TTOCJIEeI0BAaTENbHOCTAMU aMUHOKHCIIOT B OeKax.

OpHako naxke 1mocje TOro, Kak pa3Hble «KOMHM» T€HOB OJHOIO CEMENCTBA CTAHOBSTCS HE
COBCEM TOXOXKMMH JPYT Ha JIpyra, OHU Yallle BCETO BBITIOIHAIOT CXOnHYI0 (yHKIHI0. OHU OcTa-
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I0TCSl OYEHb JPYKHOM ceMelikoil! Ho akcnpeccupyrorces pa3Hble 4IeHbl OAHOIO TAKOTO CEMENCTBA
0OBIUHO B pa3HOE BpeMs WU B Pa3HbIX TUIIAX KJIETOK. Tak, B TeHOME 4eoBeKa 0OHapyKEHO TPHUI-
[1aTh TEHOB, KOIMPYIOIINX POJCTBEHHBIE (DAKTOPBI POCTa KIETOK KOxkH ((hnOpoOiacToB). A BOT y
HU3LIMX OPraHU3MOB YUCIIO TAKUX F€HOB CYIIECTBEHHO MEHbLIE (Y Ip030(UIIbl U UEPBS UX BCETO
2). Apyroii npumep — reHbl, KOAUPYIOLIHe KEPATUHBI — OSJIKK HAPYKHOTO CJI0S1 KOXKH U €€ IPOU3-
BOJHBIX (Bosiockl, HOrTH). Mx y uenoseka 111 mryk! Ho u ato He npenen. ['eHoM yenoBeka, kak
HU YIUBUTENbHO, UMeeT oKoso 1 000 xonuii reHOB—penenTopoB 0OOOHSHMUSL.

JluBeprupoBaBIINe B XO/I€ HBOJIIOLIMN YEJIOBEKA F€Hbl CEMEICTBA NHOT/IA OKa3bIBAOTCS pa3-
OpOoCaHHBIMU B Pa3HbIX MECTax Ha OJHOM WJIM JlaXe pa3HbIX XpoMocomax. [Ipu 3Tom reH moxer
OBITH Y/IBOEH LIEJIUKOM, & MOXKET NMPOUCXO/UTh YABOEHHE HEOOJIBIIOr0 Habopa ero SK30HOB WU
Jla>ke BCETO JIMIIb OHOTO U3 €r0 3K30HOB.

Kak u B cembe He 0e3 ypoa, Tak U B CEMEICTBaX I'€HOB BCTPEUAIOTCSI NHOT/IA TAKHUE YJICHBI,
KOTOpBIE HE YTPYKIAIOT ce0st HuKakoil paboroil. Hapymenne ux cnocoOHOCTH (pyHKIIMOHUPOBATH
B KJIETKE OOBIUHO CBSI3aHO ¢ HakoruieHueM ornedarok B ux JIHKoBom Tekcte. Takue reHp—TyHe-
SIILBI TTOJTYYMIIN Ha3BaHUE «IICeBA0reHoB». [lepes ux Ha3BaHUEM CTaBsT rpedecKkyto OykBy y. He
COBCEM SICHO, 3a4eM F€HOMY HY)KHBI TaKHE€ T€HBI, TOYeMYy OH COXPAaHWJ UX B 3BOJIIOLINH, HE N30a-
Buiics oT HUX. Ho daxT ocraercs pakrom. [To mmeromumcst onieHKam, B TEHOME YeJIOBEKa UMEETCs
okosio 20000 Takux, Mo0OHBIX BBIMEPIIUM PEIUKTaM, IICEBAOIeHOB. B yacTHOCTH, B OrpOMHOI
CeMEeICTBE TeHOB—PELENTOPOB 000HAHUS, cocToseM U3 npumepHo 1000 renos, okono 60% siBiis-
I0TCs 1iceBaoreHamu. CUuTaeTcsi, YT0 MacCHUBHAs MoTeps (PYHKIMOHATIBHBIX TEHOB IMPOU30IILIA 32
nociennue 10 MipA. JIeT, U CBsI3aHO 3TO CO CHIDKEHUEM POJIM OOOHSHMS y YEJIOBEKa M0 CpaBHE-
HUIO C IPYyTMMH [TO3BOHOYHBIMU OpPraHu3MaMu. 31€Ch, T0—BUIUMOMY, JEHCTBYET IPUHLIMIT OTMHU-
paHus n3—3a HEynoTpeOaeHusl. YCTaHOBIIEHO, UTO CYLIECTBYET, 10 KpaiiHel Mepe, 1Ba MeXaHHU3Ma,
IPUBOASIIUX K 00pa30BaHUIO MceBIOreHoB. OIUH M3 HUX 3aKJIIOYAeTCs B YABOCHHUM YK€ CYIlle-
CTBYIOLLETO IreHa (AyIUIMKAILMs), @ IOTOM JIOTNOJHUTEIbHAs KOMMS HaKallJIMBaeT MyTallluH, KOTO-
pBI€ MPEMATCTBYIOT €ro padote. J[pyroit MexaHu3M CBSI3aH € MIPOLIECCOM CILIaiicMHra u 00OpaTHOM
tpanckpunuuu. Ha chopmuposasmeiicst MPHK cuntesupyercs ee JJHK—xonust, kotopasi B 1aib-
HelllleM BcTpauBaeTcsl B reHOM. Takue ICeBAOreHbl HE COJIepKaT HU MHTPOHBI, HU IPOMOTOPHbBIE
ydacTku. Kpome Toro, B HUX CO Bp€MEHEM HAKAIlJIMBAIOTCS MHOTOUMCIIEHHbIE MyTallUM, HE T103-
BOJISIIOLLME 3TUM I'eHaM 00ecIieunBaTh CUHTE3 HOPMAJILHOTO OellKa.

Bce BblleckazaHHOE MOKHO NMPOMJUTIOCTPUPOBATH HAa MPUMEPE CEMEMCTBA I'€HOB, KOAU-
pyromux Oelku KpoBH delloBeka (puc. 23). YV delloBeka MMEeTCs JiBa CEMEHCTBA TIIOOMHOBBIX
reHoB (anbga u 6era). DTH ceMelCTBa pacTIOIOKEHBI Ha Pa3HBIX XpoMocoMax. Kaxmoe cemenicTBo
COCTOHWT M3 HECKOJIbKUX YJICHOB, UMEIOTCS 37€Ch U TICeBIOTeHbl. HopManbHbIe TeHBI TIIOOMHOBBIX
CEMENCTB KCIIPECCUPYIOTCS B KJIIETKaX KPOBU Ha Pa3HbIX CTaAUAX pa3BUTHA denoBeka. OqHU y
sMbpuoHoB (&, €), apyrue y minona ( Gy, Ay, al), a TpeTbu — y B3pocsoro opranusma (o2, 6, f).
@OyHKIUS y BCeX MTOOMHOBBIX T€HOB OJIMHAKOBA — CHHTE3 TNIOOMHOB, YYaCTBYIOLIMX B IIepeHOCE
KHCJI0po/ia KJIeTKaMu KpoBU. M MecTo X paboThl OTHO — KIETKU KPOBH 3pUTPOLUTHL. OTIHYaroTCs
OHM JIMIIb TEM, YTO BKJIFOUAIOTCS B Pa3HOE BPEMsI, B PE3YJbTATE YETO BBIMOIHSIIOT OJHY U TY )K€
POJIb, HO Ha Pa3HbIX CTAAMSIX PA3BUTHUS OPTaHU3MA.
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CrpoeHue Knacrepoe rnobuHoBbIX reHoB
Jyenopeka
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Puc. 23. Crpoenue AByX JIOKyCOB T€HOMa, COCTOSIIIIUX U3 KIACTEPOB POACTBEHHBIX ITIOOU-
HOBBIX T€HOB YeJIOBEKa. DKCIPECCUPYIO—IIUECs TeHbl yKa3aHbl CTPeNKaMU (HampaBlIeHHUEe TPaH-
CKPHIIIMH), MOJTYAIHE TeHbI (TICEBIOTEHBI) — KBaApaTUKAMHU

Opranu3zanys Ki1acTepoB ITIOOMHOBBIX T€HOB Y U€JI0BEKa COBEPIICHHO OIMHAKOBA C OpPraHu-
3alMeil TUX T€HOB y TOPUJUIBI U MTaBUaHa. JTO YKA3bIBa€T Ha TO, YTO TaKasi OpraHu3alus MOJIHO-
cThi0 chopmupoBanack emie ot 20 1o 40 MiIH. JIET Ha3aa U ¢ T€X MOp HE M3MEHsIach. AHaIHU3
MYTalUi B MEKTEHHBIX 001aCTAX MO3BOJIWI CAENaTh BBIBOA 00 BOIIOLUU HE OTAEIHHBIX T€HOB,
coOpaHHBIX B TAKOM KIJIACTEP, a KJ1acTepa KaK eIMHOTO L[EJ0r0 cynepreHa.

[To-uHoMy BemyT ce0si MHOTOUMCIICHHBIE T€Hbl CEMEICTBA aKTHHOB, KOTOPBHIE KOTUPYIOT
COKpaTUTENbHbIE OETKU KJIETKH. JTH T€HbI SKCIIPEC—CUPYIOTCS MOUTH BCE BPEMsl, M UX DKCIpec-
CHSl IPOUCXOJIUT KAaK B MBIIICUHBIX KJIETKaX, TAK U BO MHOTUX JAPYTUX HeMbIeuHbIX. [Ipu sToM
(YHKIIMS aKTHHOB Be3/1€ OJMHAKOBA.

HoBble npeanoXxXeHnAa n3 (*)parMeHTOB CTapbIiX TEKCTOB

OK30H—MHTPOHHAs OPraHU3alMsI TEHOB CIIOCOOCTBYET €I1l€ OIHOMY MEXaHHU3MY BO3HUKHOBE-
HUSI HOBBIX T€HOB — cO31aHnI0 HOBBIX JIHKOBBIX TEKCTOB M3 ()parMEeHTOB CTAPBIX. ITO OCYIIECTB-
JSETCSA B PE3yJIbTaTe «TaCOBAHUS) YK€ IPEICYIIECTBYIOMMX YK30HOB, YTO MOKET IIPUBOJIUTH K
TIOSIBJICHUIO HOBOTO UX COYETAHHUS M HOBBIX OEJIKOB ¢ HOBBIMH (pyHKIHsIMU. Yarie Bcero 3To mpo-
MCXOJIUT 3a CYET IIpoLecca MPUCOEINHEHHS HOBBIX 9K30HOB K CTapbIM. [IpuMepom 3ToOMy MOKET
CILy’)KMTb CIIy4ail, Ipe/ICTaBICHHbII Ha puc. 24.
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Puc. 24. Ilpumep GpopmMrpoBaHUs HOBBIX F€HOB 3a CYET PA3IMYHOIO COUYETaHUs yKe UMEIO-
LIMXCS 9K30HOB. M300paxKeHbl YeThIpe pa3HbIX O€Ka, COCTOSIIMX U3 CXOIHBIX OJIOKOB—IOMEHOB
(0603HaYEHBI Pa3HBIMU CUMBOJIAMH ), KOTOPbIE KOAUPYIOTCS pa3HbIMU 3K30HAMHU

B nponecce sBonmonny 13 00111ero npeauecTBeHHNKa 00pa30BaIuCh IeHbl AP030(UiIbl trx
U TeH 4enoBeka alr. I'eH uenoBeka /srx BO3HUK B PE3yJIbTaTe MPUCOEIUHEHHUS K TeHY #1'X YeThIpex
HOBBIX 3K30HOB. JTO IPUBOAUT K MOSBIECHUIO B O€JIKE, KOAUPYEMOM 3TUM I'€HOM, YETHIPEX HOBBIX
(YHKIIMOHAJIBHBIX JOMEHOB, YTO CYIIECTBEHHO MEHSIET €ro CBOMCTBA MO CPaBHEHHIO C IpEIie-
CTBEHHHMKOM. Takas cuTyanus BOOOIIe—TO XapakTepHa JIJIsl BCEX BBICIIMX OPTaHW3MOB, HO Y UeJIo-
BEKa OHA BCTpeYaeTcsi B 2—35 pa3 yarie, 4eM, Harpumep, y Ap0o30(UITbl Wi YepBsl.

[Tocne momyuyeHus: BceX 3TUX HOBBIX MHOTOYHMCIIEHHBIX CBEIEHUH 00 0COOEHHOCTSIX Opra-
HU3ALKUK U 3BOJIOLUYU F€HOB Y UeJIOBeKa (CXOIHBIM 00pa3oM OOCTOUT JEJI0 U Y JIPYTHX BBICIIMX
OpPraHM3MOB) CTaJIO SICHO, YTO JJaTh CTPOTOE OIpeIEIeHHE TOTO0, UTO K€ TaKoe CO0O0M MpeAcTaBIseT
T'eH, TOBOJIBHO c10kHO. Ho make eciu Obl Takoe onpeiesieHue CEroiHs UMEN0Ch, €ro, Kak U BCSIKOe
Jpyroe, He clieoBaio Obl cuuTarh He3bioneMbiM. He 3pst roBopunt CrimHo3a: «Bcesikoe onpenene-
HUe ecTh orpannueHue». OIHaKo B 11eJI0M 0a30BO€ MPEACTABIEHUE O T€HE OCTAJIOCH B cujie. [eH —
310 (pusnueckas (onpeneneHHbit yuactok JIHK) u pynkunonansuas (kogupyet 6enox wiu PHK)
€/IMHHULA HACJIEZICTBEHHOCTH.

CKOnbKO Xe BCero reHoB y YyenoBeka?

Ot1o Hamboyiee MHTEPECHBIN BOIPOC, Pagl KOTOPOTO COOCTBEHHO W 3aTEBaJIOCh ITOJIHOE
CEeKBEHHPOBAaHUE T'eHOMa uenoBeka. Ilocie momydeHuss OCHOBHOM WMHGOpPMALUU O CTPYKType
TeHOMa YeJlOBEeKa B MEPBYIO ouepeb ObUTM MPOU3BEIECHBI pa3IMYHbIE aHATU3bI 110 TOUCKY T€HOB
U olnpeseneHuo ux yncaa. OqHako 3ajada 0Ka3ajuach HE MPOCTON. DTO MOXKET NOKa3aThCsl CTpaH-
HBIM JUIsl YUTATENSA, HO OJHO3HAYHOIO OTBETA Ha IOCTABJIEHHBIN BOMPOC 10 CUX TOP HET.

Cxonbko ke Bcero reHoB B JIHK uenoseka? Eimie HECKOIbKO JIET Ha3aj MoJaraiu, 4To UX
okono 100 TeIc., 3aTeM pewrwid, 4to He 6osee 80 Thic. B xonme 1998 r. mpumum kK BBIBOLY, YTO
B reHOMe uenoBeka He Oonee 50—60 ThiC. TEHOB M HA WX JIONIO MPHUXOAUTCS OKoio 3% obmiei
nmuael JIHK.

[TocnenHue nmoacyeTh 0OIEro YKUCiIa FreHOB B TEHOME YeI0BEKa ITPOBOIMIIN HECKOIBKO MEXK-
JTYHApOJHBIX KOMaH] YUEHBIX. YK€ ynoMHHaBIIascsa komnanus «Celera» mpoBena coOCTBEHHbIE
UCCIIeIOBaHMS, PE3yJbTaThl KOTOPOTO U3NI0XKEHBI B )KypHaie «Science» B 2001 rony. ITo ee ouen-
KaM o0111ee YKICII0 TEHOB B TEHOME YeioBeKa cocTapisieT oT 26383 1o 39114. Cpenuuii pa3mep rena
onieHnBaercs paBHbIM puMepHO 3000 1. H. Eciiu NpUHATE, YTO YKCIIO TEHOB Y Y€JI0BEKa MOpsIKa
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30 ThICAY T€HOB M HA KaXKJbIH T'€H MPUXOAUTCS IPUMEPHO 3 ThIC. II. H., TO HETPYAHO MOACUUTATb,
YTO B KOJUPOBAHWHU OEIKOB NMpHHUMAeET y4yactue mernee 1,5% xpomocomuoii JIHK. Takum obpa-
30M, TEHETUYECKUE HHCTPYKIINH 110 (POPMUPOBAHHIO YETIOBEUYECKON JINYHOCTH 3aHUMAIOT MEHBIIIE
3 caHTUMETpOB Ha ABYxMeTpoBoil Monekyine JIHK. Ynusnser u manoe KolIn4ecTBO IreéHOB, HECY-
IIMX 3TU UHCTPYKLIHHU, — UX BCErO B IATh pa3 OoJbllle, UeM, HaIpUMEp, y TAaKOr0 Ha Halll B3IJIS
COBEpUIEHHO NPUMUTHUBHOTO OpPraHu3Ma, Kak Myxa Jipo3odua.

Bropas komana uccienonareneit u3 HaimoHanabHOT0 HHCTUTYTA T€HOMHBIX UCCIIEOBAHUN
CIIIA Bo maBe ¢ @pencrucom KonmuH3oMm, o1cuUTaB YUCIIO FEHOB Y YEJI0OBEKA HE3aBUCUMBbIM CIIO-
coOOM M Ha OCHOBE CBOMX JIAaHHBIX, MOJyYMJIa CXOAHBIN pe3yabrar — okoso 32000 reHoB conep-
YKUTCS] B TEHOME Ka)/10M KJIETKH YeI0BEKa.

Pa3H00601i B OKOHYATENIbHBIE OLIEHKU TIOKA BHOCSAT J1Ba APYTUX KOJIJIEKTHBA y4eHbIX. JloKTOp
Bunbsm Xesenraita (pykoBonutenb Gupmbl « XbioM3H ['eHoM CaifeHe» ) TPOI0IDKaeT HaCTauBaTh,
YTO B MX OAaHKE CONEP)KUTCS MPUBATU3UpOBaHHAs HHPopMarus Ha 120 Teic. TeHOB. DToi HHPOP-
Maluei OH He COOMpaeTcs MoKa EIUTHCS C MUPOBO 00IIIECTBEHHOCTHI0. DPHpMa BIOXKHIIA IEHBI U
B IIATEHTHI U coOMpaeTcs 3apaboTaTh Ha MOTYYSHHOW WH(POPMALINH, TIOCKOIBKY OHa OTHOCHTCS K
reHaM UIMPOKO paclpoCTpaHEeHHBIX Oosie3Hel yenoBeka. Gupma « MHCalT» coob1mumiIa 0 ToM, 4TO
UMEET B HacTosllIee BpeMsl KaTanor, coctodamuil u3 140 Thicsiu MAEHTU(UIUPOBAHHBIX €1 TE€HOB
YeJI0BEKa, M TaK)Ke HACTaMBAET HA 3TOM KOJIMYECTBE OOILEro Yncia FreHOB y YeI0BeKa.

Ou4eBUIHO, YTO HACTEX MPHUBATH3UPOBAHHAS TeHETHYEeCKass nH(popManus OyleT ele TIa-
TEJILHO aHAJM3UPOBATHCS U MPOBEPATHCS B OJIIKANIINE TOIBI, TOKA TOYHOE YHCIIO TEHOB CTAaHET
OKOHYATEJIbHO «KaHOHU3UPOBAHO». J[€70 B TOM, UTO YCTPONHCTBO I'€HOB BECbMa MHOTOO0OPa3HO U
JI0 KOHIIA €I€ HE MOHATHI BCE BO3MOXKHbIE BapHaHThl. BOT Mbl mpounTa N MOCIEN0BATENBHOCTD
nykieotunioB JJHK. Onpeneneno, 4ro ona cnocobna koaupoBarh 6enok. Ho ogun nu? Beie yxe
TOBOPUJIOCH O TOM, KaK TpaHCKpUILUA U nocnenyomue moauduxauuu PHK, a 3atem Tpancnsanus
¥ MOIM()UKAIMH MTOJUIETITHIOB, CIIOCOOHBI 00ECTIEYUTh OTPOMHOE MHOT000pa3ue OEIIKOB, KOIH-
pyembix ogauM yyactkoM JIHK. 1 moHATH 3TO MCXOAs TOJIBKO M3 HYKJIEOTHUIHOM MOCIIEI0BATENb-
Hoctu /IHK oyeHb yacTto mpocTo HEBO3MOXKHO. TeM HE MEHee CTPYyKTypa reéHOMa MPEACTABIIAET
co00i1 eIMHCTBEHHYIO 0a3y sl OCMBICICHUS JaHHBIX, MOJIY4aeMbIX TAKUMU HOBBIMU HaIlpaBlie-
HUSIMH, PO’KJICHHBIMU T€HOMHKOM, KaK TPAaHCKPUIITOMUKA (KUccienyeT coBokynHocTh PHK—Tpan-
CKpPHUITOB OpraHu3Ma), IpoTeOMHUKa (MUCCIEAYET COBOKYIHOCTh OEJIKOB OpraHu3Ma), MeTadoso-
MHKa (UcclenyeT OOMEH BEIIEeCTB — METa0O0IM3M — B OpraHu3Me). DTH HalpaBJICHUS TPU3BAHBI
JIOTIOJIHUTB JIeXKAIUH B OCHOBE CTPYKTYPHOM F€eHOMUKU METOJl TEHOMHOT'O CEKBEHHUPOBAHMSI, AaTh
BO3MOYKHOCTb BBIMTH 3a MPEAEIBI €r0 pa3peliatoiieid CnoCOOHOCTH.

Bel1ie yrke Takyke roBOpriIoch 00 anbTepHATUBHOM cIutaiicunre. Ceifyac XopoIlo U3BECTHO,
YTO 3a CUET ITOTO MPOIECCa C OHUX U TEX ’Ke TEHOB MOTYT CYMTHIBATHCS pa3HbIe OCIKH, KOTOPbIE
3aTeM B3aMMOJAEHUCTBYIOT APYT C APYroM, 00pasysi HEIOBTOPUMYIO CMECh, KaK U3 OCHOBHBIX IIBE-
TOB B JKUBOIIMCH — JKEJITOT0, KPACHOTO U IOJIyOOro MOYKHO IOJYYUTh MUPHAJIbl OTTEHKOB. Takoi
CIUTAiCUHI XapaKTepeH HE MEHEe 4YeM JJIsl TIOJIOBUHBI I€HOB yesoBeka. Cuuraercs, 4Tto B Cpel-
HEM C OJIHOTO T'€Ha YeJIOBEKa 3a CYET aJbTEPHATHBHOTO CIUIAWCHHTa MOXET 00pPa30BBIBATHCS TPU
pasHbix nentuaa. Ho HekoTopelie reHbl uMeroT 10 10 anbTepHaTUBHO CIIaliCUPYEMbIX YK30HOB,
YTO MO3BOJISIET TeOpeTHUecKu moirydarb 6onee 1000 pa3nuyHBIX BapUAHTOB OEIIKOB BCETO JIUIIID
Ha OJJHOM IeHe. B peaslbHOCTH 4KCII0 pa3HbIX OEJIKOB, KOAUPYEMBIX OHUM IFeHOM, anocturaer 10.
Kpowme Toro, cymiecTByIOT €liie 1 aJbTepHaTUBHbBIE IPOMOTOPbI, AJIbTEPHATUBHbBIE KOJIOHBI HHULIH-
anuu TpaHcasauuu, penakruposanue PHK (npespamenue I B Y unu A B ananor I' — unos3un). Bee
BBIILIECKA3aHHOE ITOKA €111€ HEBO3MO)KHO YUECTh MPHU OLIEHKE OOIIETO YMCIIa TEHOB Y YEJIOBEKA.

Ho u 310 He Bce. Kpome reHoB, konupyromux OenKu, UMEIOTCS €111e IeHbl, KOHEYHBIM IIPO-
IYKTOM KOoTophIX siBiisitorcss PHK. BcmoMHUM 00 yITOMHHABIIUXCS BBIIIE TEHAX—PUOOPETYISTOPaX
— OHU HE KOJUPYIOT ONKH, HO MPoU3BOAAT PpyHKIMOHMpYIomyto B KieTkax PHK. Tak uto ckopee
BCEr0 OKOHYATEJIbHAs OLIEHKA YKCJIa TEHOB Yy YeJIoBeKa Oy/IeT ceslaHa ellle HECKOPO.
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Ha ceromusmHuii A1eHb y4€HBIM M3BECTHBI ()YHKIUH BCETO JIMIIb OKOJO BOCHMH—IECSTH
TBICSY M3 HUX. A JIETaJbHBIC CBEICHM O MEXaHU3MaX MX PETYIuH eme Oonee CKyaHbl. Tem He
MeHee, ITPUBEICHHBIC BBIIIC TaHHBIE O CTPOCHUHU U (DYHKIIMOHMPOBAHUH T'€HOB YEJIOBEKa CBUJIC-
TEJIbCTBYIOT O TOM, YTO y U€JIOBEKA, LAPCTBYIOLIETO B MPUPOAE, B OTIIMYHME OT APYTUX CYIIECTBY-
IOIIMX Ha HAIleH TIaHeTe OPraHu3MOB, OYEHb BBICOKA CIOKHOCTH MPOTEOMA — TIOJIHOTO Habopa
(YHKIMOHAJIBHBIX OEJIKOB B KIIETKE, KOTOpasi 00€CIIeYMBAETCSl HE MPOCTO 3a CUET KPYITHOTO pa3-
Mepa reHoMa Wi OOJIBIIOTO YHCiia TEHOB, a Oiarogapsi BCeBO3MOXKHBIM HHHOBAIIUSM, CBS3aHHBIM
¢ (YHKIIMOHUPOBAHHWEM T€HOB U (DOPMUPOBAHUEM OCIIKOB: OOJbBINEE YHCIO JTOMCHOB—MOIYJICH,
Oostee BhICOKast KOMOMHATOPHKA (TIEPEeMEIIMBAHUE ) ITHX MOYJICH B OeTKaxX, aKTHBHOE HCIIOIIBH30-
BaHUE AJIFTEPHATUBHOIO CIUIAiCHHIA U MHOTOE JIPYTO€, O UEM Mbl IOTOBOPHUM JIaJIbIIIE.
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OCHOBHAA YACTb TEHOMA - TEPPA UHKOITHUTA

Ipozpecc 6 buonoeuu — smo nepexoo
OM JIOHCHO20 3HAHUA K UCIIUHHOMY HE3HAHUIO.
B. A. Anekcanopos

B npupooe nem nuueeco 6ecnonesznoeo.
M. Monmens

Teneps cTasio BO3MOXHBIM OolleHUTh, yT0o PHK cunTe3upyercs nuip Makcumym Ha 25—
28% HYKJIEOTUIHBIX [TOCJIEJ0BATEIBHOCTEN FEHOMA YeJIOBEKa. A Ha KOJUPOBAaHUE OEJIKOB UCTIOMb-
3yeTcsi BOOOIE BCero JMiib 4yTh Oonee 1% reHoma. OcranbHbIE TPAaHCKPUOMPYEMBIE yYaCTKH
JHK — 510 nuntpons! 0enok—koaupytouux renos u rensl st PHK, He konupyrommx 6enku. Takum
o0pa3om, Oonbiiast 9yacTe reHoma (cBbine 70%) HEe UMeeT, TO—BUAUMOMY, IPSMOTO OTHOIICHUS
HU K KaKUM I€HaM U MHEpPTHA B IUIaHE TpaHCKpUMIIMK. Kak 3TO HM CTpaHHO Ha MEPBbII B3I,
HO (hakT octaercs ¢axToMm. bonbinas yacTe reHOMa HE KOIUPYET HU O€NKH, HU KaKyro—HHUOYIb
PHK BooO111e, T. €. HE OTHOCUTCS K FeHaM WJIM KaKUM—TO JIpYT'UM, GYHKIIMOHUPYIOLUIUM Ha YPOBHE
tpa"ckpunuuu (PHK), Hyk—1eoTH1HbIM 0CIe10BaTEeIbHOCTSM.

B JIHK, na xotopoii He oOpa3yercst Hukakas PHK u xotopas, takum oOpas3om, i Koau-
poBaHUs HHPOPMAIIUN COBEPIICHHO HEHTpaIbHA, 3aIMCAHBI IJIMHHBIE TEKCTHI, KOTOPHIE CETOIHS
MPEICTABIIAIOTCS JJIsl YUCHBIX TOJHOM abpakanadpoil, CMBICI U MPOUCXOXKICHUE KOTOPOil COBEp-
IIIEHHO HE SICEH. 3a4eM HY>KHbI KJIETKE 3TH «OECCMBICICHHbIE» U HUKAK, HA MEPBbIN B3IV, HE
pabotatouue yuyactku JIHK, moka HUKTO HE 3HAET, XOTS apUOPHU SICHO, YTO HUYETO JIUIIHETO B
IpUpoJie HE NOIHKHO OBITh. [Ipy MOTHOM CEeKBEHHPOBAaHMH T€HOMA YeJIOBEKA, ECTECTBEHHO, ObLIa
orpesiesieHa MOCIe0BaTeIbHOCTh HE TOJBKO I'€HOB, HO M 3TUX TOKa HUYETO HE 0003HAYaroIINX
JUIsl y4eHbIX yyacTkoB. Ho u3 uero—to oHu Bce—Taku coctost. Korna nposenu ux AeTaabHblN aHa-
JIM3, TO BBISICHUIIOCH, YTO 3[1€Ch NPUCYTCTBYET CKOMMILE BCEX MBICIUMBIX U HEMBICIUMBIX BapH-
AHTOB PACIIONIOKEHUS OYKB, 0ECCMBICIICHHBIX CJIOB M MPEIJIOKEHUH, pa3TMYHBIX TIOBTOPOB OTHOTO
U TOTO € «TEKCTa», NAJIMHIAPOMOB U TakK Jajee U Tak aanee. PaccMoTpum noapodHee x0T Obl
OCHOBHBIE U3 HUX.
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OHKoBbIN TeKCT YenoBeka nepeHachblleH NoOBTOpamMm

Kak y:xe 0bU10 moKa3aHO B paHHMX 3KCIIEpUMEHTaX, onucaHHbIX Beie, B JIHK yenoseka
COJIEpKATCsl MHOTOUMCIICHHBIE 3JIEMEHTBI, KOTOPhIE HE KOAUPYIOT HUKaKue OEJIKH, HO IPHU 3TOM
MHOrokparHo BcTpedarorcs B JJHKoBom TekcTe. B «Or€HOMHYI0» 3py CUHMTAIOCH, YTO TaKHeE
HOBTOPBI COCTABIISAIOT 0KOJO 25% reHoma uenoseka. CexBenuposanue JIHK mokasano, uro ux
CYIIECTBEHHO OOJIbINE: MOBTOPSIOMIMECS MOCIEAOBATEIBHOCTH B CyMME 3aHUMAIOT oKoso 50%
JIHKoBoro Tekcta. A 0011ee 4ucio Takux MOBTOPOB B TEHOME YEJIOBEKA PAaBHO MPUOIU3UTEIHHO
5 MmuuoHam. [[ist cpaBHEHUS: y Ap030( I 10JIs TIOBTOPOB B TeHOME COCTaBIIsIeT MeHee 5%, y
yepBs — 6—7%, a y Apyrux MIEKONUTAIOIINX — YyTh MEHbIIIE, YeM Yy ueoBeka. [loBToprl Hamomu-
HaIOT OecCMBbICIEHHbIE (hpa3bl, KOTOPHIE C YIOPHBIM IMOCTOSHCTBOM B Pa3HbIX BapHalUsIX MOBTO-
PAIOTCS B TEKCTE, HO OT 3TOTO CMBICI B HUX BCE PABHO HE BO3SHUKAET.

Ha puc. 25 npuBeneHbl HEKOTOPbIE OCHOBHBIE BAPHUAHTHI PACIIONIOKEHUS IOBTOPOB B TEHOME
YeJI0BEKa, a Jajiee Mbl I0IpOOHEE OCTAHOBUMCS Ha OIMCAHUM OT/IEIbHBIX U3 HUX.

MNMepeBepTbiwm (0OOpaLleHHbIe NOBTOPbI)

B JIHKoBBIX TekCTax yesnoBeka, Kak, Bnpodem, 1 B JIHK npyrux opranuzMoB, IpucyTCTBYIOT
y’Ke YIIOMUHABIIHECS 0OpallleHHbIE TTOBTOPHI, epeBePTHILIM WIH, KaK UX €IIe YacTO Ha3bIBAIOT,
MAJUHAPOMBI. YK€ TOBOPWJIOCH O TOM, YTO INEPEBEPTHIILN—TIAIMHAPOMBI XOPOILIO U3BECTHBI U3
JUTEPATYPBI — ITO NPEJIOKEHUS, KOTOPbIE YNTAIOTCS OIMHAKOBO CJIEBA HAIIPABO U CIIpaBa HAJIEBO
0e3 ydyeTa 3HAKOB MpENUHAHUS U WHTEPBAJIOB MEXAY ciioBaMu. CUMTAeTCs, YTO HAIUHIPOMBI
U3BECTHBI elle co BpeMmeH JpeBHeil ['peunn, T. €. cBbllIe ABYX Thics4 JieT. Ha Pycu nanunapomsl
KOI71a—TO Ha3bIBAJIMCh «paubUMM CTUXaMU». B kauecTBe nmpumepa MpUBEIEM JIBE€ ACPKABUHCKUE
CTPOKHU:

A pazymy ymy 3aps,
A uny c Meuem cyaus.
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OCHOBHBIE KJIACCBI ITOBTOPOB
B TEHOME YEJTOBEKA

AwcneprupoeaHHbie NOBTOPbI

——y e— — r—

TanpemHbsie NOBTOPLI

el welly s w—p

O6palleHHble NOBTOPbI

D e g

Puc. 25. OcHOBHBIE BapHaHThI PACIIOJIIOKEHUS IMOBTOPSIOLUINXCS MOCIEI0BATEIbHOCTEN B
reHoMe yenoBeka. [1oBTOpel 0003HAUEHBI CTpPEIKAMU, HEMOBTOPSIOIIMECS YYaCTKH — CEPBIMH
JUHUSAMHA

Ocoboe cBoiicTBO Takux yuacTkoB JIHK 3akitouaercs B TOM, UTO IIPH ONPEAEICHHBIX COCTO-
saausax JIHK onu ciocoGHBI 00pa3oBbIBaTh CTPYKTYpHI, Ha3biBaeMble kKpecTamu. Ha puc. 26 nan
IIpUMEpP OJHOTO U3 TAKUX BO3MOYKHBIX KPECTOB.

B peanbHOIi cuTyanum B KJIeTKe TaKue CTPYKTYpPbI AEHCTBUTEIHHO MOTYT (hOPMHUPOBATHCS.
Ho 3auem 310 HyxHO? OKOHYATENBHOIO OTBETA HA 3TOT BONpoc HeT. OMHO U3 NPEANOoN0KEHNN
CBOAMTCS K TOMY, YTO KPECTBI MOT'YT ObITh MECTaMHU CBS3BIBAHUS C KAKUMHU—TO CIIeHU(UIECKUMU
OenkamMy, 0OECIEUMBAIOLIMMH PETYISALNI0 WIM MPOLECCOB TPAHCKPUIILUHU, WIH PeIUTUKaluu
JHK. C apyroit cTOpoHbl, IpU TpaHCKpUNIKU TakuxX cTpyktyp B PHK nomxubl dopmupoBathes
«UTHWIBKNY, a Takue cTpyKTypsl B PHK uacTo sSBASIOTCS 3HAYMMBIMU (TO €CTh BBIIOIHSIOT OIpe-
JieNieHHbIe (PYHKIIMU — WM CLIOCOOCTBYIOT TPAHCKPUIIIIMH, WK, HA00OPOT, MPEMATCTBYIOT €if).
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Puc. 26. Kpecr, cnoco6HbIif 00pa3zoBbiBaThes nocnenoBarenbHocteio JJTHK, cocrosmeit u3
0OpaIIeHHBIX TTOBTOPOB

lNMpocTble TaHAEeMHbIe NOBTOPbI (CaTeNSIUTbI)

Kaxk u y npyrux opraHu3mMoB, B TEHOME Y€JI0BEKA PUCYTCTBYIOT KOPOTKHE MOBTOPSFOIIHAECS
HYKJIEOTH/IHbIE MOCIIEI0BAaTEIbHOCTH, KOTOPbIE PAaCHOIOXKEeHb! BIUIOTHYIO JPYT 3a APyroM (TaH-
neMHo). Mx gacto HazbpiBator caresuiuTHbiMu JIHK. Mp1 yxxe ropopunu o caremmutHeix JJHK
panee. Jto Te yuactku JJHK, kotopbie npu neHTpuyrupoBaHiM B IpaJUeHTe coylel 1e3us oca-
YKIAI0TCA OTACIBHO BHE 00nactu ocHoBHOM Macchl JIHK. B pa3ubix Tumax caremnurHoi JITHK pas-

80



B. 3. TapaHTtyn. «l'eHom 4enoBeka: QHUMKNONEANd, HanucaHHasa YeTblpbMs BykBaMmm»

JIMYHbIE KOMU MIPEICTABICHbI HEOJMHAKOBO — UX YMCIEHHOCTh BapbUPYETCSI OT COTEH 10 MUJLIH-
oHOB. Ecnu 3anucath UX CTpYKTypy TEKCTOM, TO 3TO BBIIVISAUT, KaK, HAIPUMEp, IPEIOKEHUE U3
OJIHOTO M TOTO 7K€ CJI0BA: CTOJICTOJICTOJICTOJI—CTOICTOICTOICTOICTON. SICHO, UTO TaKue MpeuIoxKe-
HUS HE MOTYT KOJIUPOBATh HUKAKYI0 CEpbe3HyI0 nH(popMaluio. TeM He MeHee BbISICHIIIOCH, UTO €
CaTeJUTUTHBIMH HYKJICOTHIHBIMU TTOCJIEA0BATEIBHOCTSIMHA B HEKOTOPBIX CITydasiX MOTYT CIieI(H-
YECKU B3aMMOJEHCTBOBATh OT/AEIbHBIE OEIKU. A 3TO YK€ HEKOTOPOE JOBOJIBHO CEPhE3HOE YKa3a-
HUE Ha BO3MOYKHOE Y4acTHE TaKHUX MIOBTOPOB B KAKUX—TO KJIETOUYHBIX MTPOLIECCAX.

K Hacrosimemy BpeMeHHU B T€éHOME YelIOBEKa OOHAPYKEHO 10 KpaifHe# Mepe MIeCTh BHUJIOB
CaTEJUIMTHBIX IOBTOPOB. DTO B MEPBYIO OYEPEAb TPH TUIIA TAK HA3bIBAEMBIX KIIACCUYECKUX CATEII-
auToB. CarenuT | COCTOUT U3 AJIEMEHTAapHOM MTOBTOPSIIOIIEHCS TOCIE10BaTEIbHOCTH HYKIIE—OTH-
JIOB JJTMHOM 42 1. H. (pacroiaraeTcs Ha CEMU Pa3HbIX XpPOMOCOMaX); CaTeJUTUTHI 2 M 3 COCTOSAT U3
3JIEMEHTAPHBIX NOBTOPSAIOIINXCS €IUHUL JUTMHOM 5 1. H. (epBbIN U3 HUX OOHAPYKEH Ha YETBIPEX,
a BTOpPOM — Ha JIBEHaaTH Pa3HbIX XPOMOCOMAX).

Kpome Toro, Bo Bcex XpoMoCOMax 4eioBeKa MPUCYTCTBYIOT alib(ha—CaTeIUTUTHBIE TIOBTOPHI.
OHU UMEIOT 3JIEMEHTAPHYIO OBTOPSIOLLYIOCS HYKJIEOTHIHYIO TIOCIEA0BaTeNbHOCTh AIUHON 171
1. H. CyIecTBYIOT elie 6eTa—CcaTe/UIMTHBIE IIOBTOPHI C 3JIEMEHTAPHOM MOBTOPSIOIICHCS eqUHUTICH
JUIMHOM 68 1. H., KOTOpbIE BCTPEUat0TCs JUILb Ha JAEBITU XpoMocoMax. Elie pexe npencraBieHbl
B T€HOME YEJIOBEKa raMMa—CaTeJNIMTHbIE TIOBTOPBI, UMEIOIINE AIEMEHTAPHYIO MOBTOPSIOILYIOCS
enuHuny JIMHOM 220 1. H. Takue mOBTOpHI MPUCYTCTBYIOT TOJIBKO HA JIByX XpPOMOCOMAX 4€Jo-
Beka(8 u X).

Pacnpenenenue Becex caresumtHbIx JJHK Booae XxpoMocom He BBINIAAWT CilydailHbIM. Tak,
HEKOTOPBIEC U3 HUX «THE3IATCS» B PaliOHaX, MPUJISKAIINX K KOHIIAM XpPOMOCOM, U B 00JIaCTH 1eH-
TpoMepHlI (MepeTsHKKa Ha XpOMOCOMax, KOTOpast He BCET/Ia PACIIOIOKEHA B CAMOM LIEHTPE, CM. PUC.
7). B yacTHOCTH, IEHTPOMEPHI BCEX XPOMOCOM UEJI0BEKA, pa3Mep KOTopbix Bappupyet ot 0,1 1o 4
MJIH. TI.H., COCTOST IPEUMYIIECTBEHHO U3 anbpa—caremmuraeix JJHK.
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KoHel o3HakomuTtenbHoro doparmeHTa.

Tekct npenoctabien OO0 «JlutPecy.

[IpounTaiiTe 3Ty KHUTY UEIMKOM, KYIIMB IOJIHYIO JIeraabHy10 Bepcuto Ha JlutPec.

Bbe3omacHo omnarute KHUTY MO>KHO OaHKOBCKOM KapToit Visa, MasterCard, Maestro, co cueta
MoOMIBHOTO TenedoHa, ¢ IIaTexHoro TepMunana, B caione MTC unu CsasHol, uepe3 PayPal,
WebMoney, Annexc.densru, QIWI Komenek, 60HyCHbIMM KapTaMH WU APYTrUM ynoOHbIM Bam
CII0COOOM.
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