[He3okcnpmnboHyKknenHoBas

KUCIIOTAa

I[e30Kcnpn60HyKJ1eﬁH0Baﬂ KHCJI0TA
(JIHK) — oauH U3 JBYyX THIIOB
HYKJICMHOBBIX KHCJIOT, 00€CIIeUnBaIOIINX
XpaHEHHE, epeady U3 MOKOJICHUS B
MOKOJICHHE U peaTu3aliio FTeHeTUYeCKOn
IPOTPaMMbI Pa3BUTHS U
(YHKIIMOHUPOBAHUS KUBBIX OPTaHU3MOB.
OcnoBHas ponb JJHK B kineTkax —
J0JITOBPEMEHHOE XpaHeHHE UH(OPMALIUH O
ctpykrype PHK u 6enkos.

sl

1 000pOT CIUPANK = 10 KOUNNSMEHTIZH X NAP

JlBornas cnmpans JJHK

MANIA (wwopeas) Gopoaa

GoNbUsR SopaML




OHK

B kiieTkax sykapuoT (HanmpuMep, KUBOTHBIX WM pacteHuil) JIHK
HAXOJUTCS B AAPE KJIETKH B COCTABE XPOMOCOM, a TAKXKE B
HEKOTOPBIX KJIECTOYHBIX OpraHonAax (MUTOXOHJAPUAX M INIACTUAAX).
B xiieTkax mpoKapuoTUYECKUX OPraHU3MOB (OaKTEpUM U apXeil)
KOJIbLIEBas WM JIMHEWHaA MoJiekyna JIHK, Tak Ha3bIBacMbId
HYKJICOHW /I, MPUKPEIUICHA U3HYTPHU K KIETOYHOM MeMOpaHe. Y HUX»d
y HU3IIMX 3YKAPUOT (HaIpUMEP, APOXIKEH ) BCTPEUAIOTCS TAKKE
HEOOJIbIIINE ABTOHOMHBIE, MPEUMYIIIECTBEHHO KOJIBIICBHIE MOJICKYJIbI
JIHK, Ha3piBaemble 11azmMugamMu. Kpome Toro, OqHo- Wiv
Iugxuenoqeqmﬂe moJsekysibl JJHK MoryT oOpa3oBbiBaTh TeHOM
JIHK-conepxkamnx BUPYyCOB.

Pacmmudposka ctpykrypsl JIHK (1953 1) crana onaum u3
MOBOPOTHBIX MOMEHTOB B UCTOPUM OMOJIOTHH. 3a BbIJIAOLIUIICA
BKJIaJ] B 3TO OTKphITHE PprHcucy Kpuky, %biceﬁMcy YOTCOHY,
Mopucy YunkuHcy Oblia npucyxaeHa HoOeneBckasi mpemus 1o
dbusnonoruu u meauiuae 1962 r.



McTtopuna nsyyeHus

L d

®peHcunc Kpuk

[>xeMmc YOTCOH

HK 6su1a otkpeiTa Morannom ®@puapuxom Muiiepom B 1869 rony. Baavyane HoBoe BellleCTBO
MIOJYYMJIO HA3BAaHUE HYKJIEHH, a TI03XKe, Korga Muiep onpenenul, 4to 3T0 BEIIECTBO
o0nagaeT KUCIOTHBIMUA CBOMCTBAMH, BEIIECTBO MOJYYMIIO HA3BAHUE HYKJIENHOBAas1 KHCJIOTA.
buonorundeckas (yHKIMS HOBOOTKPBITOTO BellleCTBa ObLIa HesicHa, U goyiroe Bpemst JTHK
cunTanach 3anacHukoM ocdopa B opranusme. boiee Toro, gaxe B Hayaiae XX BeKka MHOTHE
ouonoru cuntanu, uro JJHK He nMeeT HMKakoro OTHOIIEHHU K Tiepeaade nuHpopmaIuu,
MOCKOJIbKY CTPOEHHE MOJIEKYJIbI, [0 UX MHEHHIO, ObLIO CIUIIKOM OJJHOOOpPAa3HbIM U HE MOTIIO
coJiepKaTh 3aKOJUPOBAHHYIO MH(OPMAIIHIO.



CTpyKTYypa MOnNeKynbl
Hykneotuabl

AnleHuH ['yanun Tumun [{uTo3uH

CrpyKTypbl OCHOBaHUM, Hanbosee yacTo BcTpevaromuxcs B cocrase JJHK

Jle3okcupuodonykienHoBas kuciiora (JJHK) npencrapiser coboit bnononumep (1moTuaHuoH),
MOHOMEPOM KOTOPOTO SABJISECTCA HYKJICOTHULL.
Kaxx/1p1ii HyKJIEOTH]T COCTOUT M3 OCcTaTKa Poc(OpHON KUCIOTHI MPUCOCTUHEHHOTO TIO '~
MOJIOKEHUIO K caxapy J1€30KCUpru003€e, K KOTOPOMY Takke uepe3 MMKo3uIHYyI0 CBsi3b (C—N)
10 1'-moJIOKEHUIO0 MPUCOETUHEHO OJTHO U3 YETHIPEX a30TUCTHIX OCHOBaHWM. IMEHHO Ha/IM4Yne
XapaKTEPHOI0 caxapa U COCTABIISIET OJHO M3 WIaBHBIX paznuunit Mexay JJHK n PHK]
3a()MKCUPOBAHHOE B Ha3BAHUSIX 3TUX HYKJIEMHOBBIX KUCIOT (B coctaB PHK BxoauT caxap
pu6o3a). [Ipumep HykieoTnaa — ajgeHO3MHMOHOGOChaT — IJIe OCHOBaHUE, TPUCOCTUHEHHOE
K Gocdary u pudo3e, 3T0 aIcHUH, TOKa3aH Ha PUCYHKE.



Hykneotungbl

PenTrenorpamMmma BOJIOKOH HATpUEBOM COJIA
tumycHoi JIHK B B-popme

Hcxons u3 CTpyKTypbl MOJIEKYJ, OCHOBAHHUS, BXOJAIIME B COCTAB HYKJICOTUHAOB, PA3AENSIOT
Ha JIBe IpynIibl: NypuHbl (ageHuH [A] u ryanuH [G]) oOpa3zoBaHbl COeTMHEHHBIMM ISTH- U
HIECTUWICHHBIM reTepOLMKIaMu; NUpUMUAIUHBI (IuTo3uH [C] u TumuH [T]) —
IECTUYIEHHBIM T'€TEPOLIUKIIOM.

B Buze nckitoueHus, Hanpumep, y oakrepuodara PBS1, B JIHK BcTpeuaercs nsiThiid THIL
ocHoBaHu — ypauui ([U]), nupuMuIMHOBOE OCHOBAaHUE, OTINYAIOIIEECS OT THMHUHA
OTCYCTBHEM METHJILHOW IPYIIIbl HA KOJIbIIE, 0ObIYHO 3aMeHstoniee TuMuH B PHK.
CiienyeT OTMETUTh, UTO TUMHH U ypanui He Tak ctporo npuypoueHsl kK JIHK n PHK
COOTBETCTBEHHO, KaK 3TO CUATAJIIOCh paHee. Tak, mociie CHHTE3a HEKOTOPhIX MoJieKysl PHK
3HAYUTEIBHOE YHUCIIO YPALIUIIOB B 3TUX MOJIEKYJIAX METUJIIUPYETCA C IIOMOIIBIO CIIEIAAIBHBIX

(hepMEHTOB, IIpeBpaIIasiCh B TAMUH. JTO IPOUCXOAUT B TPAHCIIOPTHBIX U PUOOCOMAITHHBIX
PHK.



Hykneotunabl

B 3aBUCUMOCTH OT KOHLIEHT
MOHOB 1 HYKJICOTHUJITHOTO COC
MOJIEKYJIbI, IBOMHAS CIUPAITH
’KUBBIX OpTaHU3Max CYIIIECTBY
pa3sbix popmax. Ha pucynke (
HaIpaBo) mpejacTaBiieHbl A, B u

dbopmbl



ObpasoBaHne CBA3EN MexXAay
OCHOBaHUAMM

HHTepkanmupoBaHHOE XUMUY WHEHUE,
KOTOPO€ HAXOJUTCS B CEPEIUH
OEH30IMUPEH, OCHOBHON MyTareH
apIMa




[loBpexxaeHne OHK

e JIHK moxeT moBpexaaThCs pa3HO0Opa3HBIMU MyTareHaMH, K KOTOPbIM OTHOCSITCS
OKUCJISAIOIIME U aTKWINPYIOIIHUE BEIIECTBA, & TAKKE BBICOKOIHEPIETUYECKAs
JIEKTPOMArHuTHAs pagualiusi — yJabTpaduosieTOBOE U peHTI€HOBCKOES U3TyUCHHE.
Tumn noBpexIcHUS ]l_?[HK 3aBMCHUT OT TUIIa MyTareHa. Hanpumep, ynsrpaduosier
noBpexaaet JJHK myTém oOpa3oBaHus B HEU AMMEPOB TUMHHA, KOTOPBIE 00pa3yoTCs
py 00pa30BaHUU KOBAJICHTHBIX CBSI3€H MEXKy COCETHUMHU OCHOBaHUSAMHU.

e  OKcHIaHTHI, TAaKUE KaK CBOOO/IHBIC PAJAMKAJIBI U MEPEKUCH BOAOPO/Ia MPUBOMIST K
HECKOJIbKMM TunaM nmopexacHus J|HK, Bkimtouas moaudukamy 0CHOBAaHUM, B
0COOCHHOCTH I'yaHO3MHA, a TaKkke JiBylenodeunbie pa3poiBbl B JJHK. [1o HEKOTOPBIM
OLICHKaM B KaXJOM KJIETKE YEJIOBEKAa OKUCIISFOIIMMU COCTMHEHUSIMU €KETHECBHO

HOBge}KI[aeTC}I nopsiaka 500 ocHoBanuii. Cpeii pa3HbIX TUIIOB MTOBPEKICHUN

Han00JIe€ OMACHBIE — 3TO JBYLIENIOYEYHBIE PA3PBIBBL, IOTOMY UYTO OHU TPYAHO

pENApUPYIOTCS U MOTYT IPUBECTHU K MOTEPSIM YUACTKOB XPOMOCOM (JICJICIUSIM) U

TPAHCIOKALUSAM.

e MHoOrue MOJEKYJIbl MyTareHOB BCTABJISIOTCS (MHTEPKATUPYIOT) MEXKY JBYyMS
COCEHUMH NapaMy OCHOBAaHWH. BOJIBIIMHCTBO 3TUX COCAMHEHUM, HAIPUMED, STUTUH,
JayHOMHUIIMH, JOKCOPYOUIIMH U TaJluIOMUJI UMEIOT apOMaTUYECKYIO CTPYKTYpy. s
TOT0, YTOOBI MHTEPKATUPYIOIIEE COCTUHEHNE MOTJIO IOMECTUTHCS MEXKTY
OCHOBaHUSIMHU, OHU JIOJKHBI PA30MTUCH, PACILIETAs U HApYyLIas CTPYKTYPY JABOMHOMN
crimpaiv. OTU u3MeHeHus B cTrpykrype JHK MemaroT TpaHCKpUnuy U perinKanu,
BbI3bIBasA MyTaluu. [103TOMy MHTEPKAIUPYIOLINE COCAUHEHUS YACTO SBIISIFOTCS
KaHLEPOreHaMH, Hau0O0JIE€ U3BECTHBIE U3 KOTOPBIX — OEH30IUPEH, AKPUIKHEI,
a(hIaTOKCUH U OpOMUCTBIN dTUAKI. HecMOoTpsi Ha 3T HETaTUBHBIE CBOUCTBA, B CHITY
UX CIIOCOOHOCTH MOJIABIISITh TpaHCcKpumuio u permkanuio [JHK, unrepkanupyronue
COEMHEHHUS UCITIOIB3YIOTCA B XUMUOTEPAIIUN JIJI MIOJABJICHUSI OBICTPO PACTYILIUX
KJIETOK paka.



CynepcKpy4YeHHOCTb

Crpykrypa
TeJoMmep. 3ea

LBETOM II0KAa3a
HOH MeTaJLjia,

XeJIaTUPOBAHHBI
LEHTPe CTPYKTY



buonormnyeckne yHKLUNU

e JIHK sBiisieTcst HocuTeneM reHeTu4eckor nH(hopMalluu, 3alIMCaHHON B BUJIE
MOCJIEIOBATEIIbHOCTH HYKJIEOTH/IOB C IIOMOIIBIO TEHETHYECKOTO KoAa. C
moJiexkyiamu JIHK cBA3aHbI 1Ba OCHOBOIIOJIATAIOIINX CBOUCTBA KUBbIX
OPTraHW3MOB — HACJIEICTBEHHOCTh U U3MEHUYMBOCTh. B X0/1€ mpouecca,
HazpiBaeMmoro peruiukanueit JIHK, o0pa3yrorcst 1Be Komuy UCXOAHOM
LETOYKH, HACTIEYEMbIE JOUEPHUMU KJIETKAMH NIPHU JICJICHUH, TAKUM
00pa3oM 00pa30BaBIIMECS KIETKU OKA3bIBAIOTCSA TCHETUUECKU UICHTHYHbI
MCXOJTHOM.

o Ienernueckas UHGOpPMALIHMS PEATTUIYETCA MPU IKCIIPECCUU TEHOB B
npoiieccax TpaHckpuniuu (cuaTe3a mojiekys PHK na marpune JTHK) u
TpaHcysiuuM (cuHTe3a 0enkoB Ha Matpuiie PHK).

o IlocnenoBarenbHOCTh HYKJICOTUIOB «KOJUPYET HHdIg(I)_FMaumo O pa3IUYHbIX
tunax PHK: nadopmarmonssix, unn marpuunsix (MPHK), pubocomanbHBIX
(pPHK) u Tpancnoptabix (TPHK). Bee atu Tuniel PHK cunTte3upyroTcsa Ha
ocHoBe JIHK B nmpouecce tpanckpununu. Posib ux B OM0CMHTE3€ OCIIKOB
(mporecce TpaHcisinuM) paznudHa. Mapopmanumonnas PHK conepxut
UH(QOpMaIKIO O TTOCIEI0BATEIbHOCTH AMUHOKHUCIIOT B O€JIKE,
pudocomanbHbie PHK citykatr ocHOBOM 17151 pruO0OCOM (CIIOAKHBIX
HYKJICOTIPOTEHMHOBBIX KOMILJIEKCOB, OCHOBHAsI (DYHKIIMSI KOTOPBIX — COOpKa
O€Jika 13 OTHIeJIbHBIX aMUHOKHKCIIOT Ha ocHOBe MPHK), Tpancnoptasie PHK
JOCTABJISIFOT aMUHOKHUCJIOTBI K MECTY COOpKHU OEJIKOB — B aKTUBHBIN LICHTP
pubocomsbl, «on3yuiei» no nPHK.



TpaHcKkpunuusa n TpaHcnaung

e [Ienernueckas undopmanus, 3akogupoBannas B JIHK, nomkaa ObITh MpoYuTaHa U B
KOHEYHOM MTOTE€ BBIpAXKEHA B CUHTE3€ PA3IUYHBIX OMOMOIUMEPOB, U3 KOTOPHIX
cocroAat kieTku. [TocnenosarensHocTs 0cHOBaHUM B 1ienoyke JTHK Hanpsamyro
OIIPEIEIIAET MOCIEN0BaTENLHOCTE OcHOBaHMi B PHK, Ha koTopyro oHa
«TEPENUCHIBAETCS» B IIPOLIECCE, HAa3bIBaeMOM TpaHckpunuuen. B cirygae MPHK sta
MOCJIEI0BATEILHOCTh OMPEACIISIET aMUHOKUCIIOTHI Oeika. COOTHOIIIEHUE MEXKTY
HYKJICOTUIHOU nociienoBaresibHOCThi0 MPHK 1 aMuHOKKCIIOTHOM
MOCJIEA0BATEIBHOCTBIO OIPENEIAETCA IPABUIIAMU TPAHCIISILIMU, KOTOPHIE HA3bIBAKOTCS
T€HETUYECKUM KOJIOM. [ €HeTUUeCKHI KOJI COCTOUT U3 TPEXOYKBEHHBIX «CJIIOB»
Ha3bIBAEMBIX KOJOHAMH, COCTOSIINX U3 TPEX HYKICOTUIOB éo ectb ACT CAG TTT u
T. I1.). BO BpeMs TpaHCKPHUIILMK HYKJI€OTUIbI T€HA KOMMPYIOTCS HA CUHTE3UPYEMYIO
PHK PHK-nonmumepaszon. Ita konus B ciiyyae MPHK nexonupyercst pudbocomo,
KOTOpas «4uTaer» nocienoareabHocth MPHK, ocyiiecTsiss cnapuBanue
marpuuHort PHK ¢ TpancniopraeiMu PHK, koTOphI€ IpricOEMHEHBI K
aMmuHOKHcIoTaM. [ToCkoJIbKY B TpEXOYKBEHHBIX KOMOWHAIIUSX UCTIOIB3YIOTCA 4
OCHOBaHMSI, BCETO BO3MOXKHBI 64 ko/10Ha (4° komOuHarun). Komnonsl koaupyrot 20
CTaHJIAPTHBIX AMUHOKHUCIIOT, K&XKJI0M U3 KOTOPBIX COOTBETCTBYET B OOJIBIITHHCTBE
ciydaeB 0oJiee 0HOTO KojmoHa. OuH U3 TPEX KOJOHOB, KOTOPBIE PacIoiararoTcs B
koHIle MPHK, He 03HauaeT aMUHOKHUCIIOTY U OINpeessieT KoHell 0eika, 3TO «CTOT
nnu «HoHceHe» kogoHbl — TAA, TGA, TAG.



Pennunkauus

Jlesienre KJIETOK HEOOX0AMMO ISl PAa3MHOKEHUS OJTHOKJIETOYHOTO U
POCTa MHOTOKJIETOYHOTO OPTaHW3Ma, HO 10 JACJICHUS KJIETKA JOJDKHA
YJIBOUTHh T€HOM, YTOOBI JIOUEPHUE KIECTKU COACPKAIINA TY JKE
T€HETUYECKYI0 HH(POpPMAIIMIO, YTO U UCXOAHAs KieTka. U3
HECKOJIBKMX TEOPETUYECKH BO3MOKHBIX MEXAHU3MOB YIBOCHMUS
(permukanun) JIHK peanuzyercs monykoHcepBaTUBHBIN. JIBE
LETOYKH PA3IACIISIFOTCS, a 3aTEM KaXKasi HEI0 CTAroIIas
KOMILJIEMEHTapHad mocienoBareabHoCcTh JJHK BoctiponsBoanTes
dbepmentom JIHK-nonmumepazoit. 9ToT (hepMEHT CTPOUT
TIOJIMHYKJIEOTHIHYIO LIEIb, HAXO/s IPAaBUILHOE OCHOBAHHME YEPE3
KOMIUIEMEHTAPHOE CIIAPUBAHUE OCHOBAHUHN W MTPUCOCIUHSIS €TO K
pactyiien nenouke. JJHK-nonrumepasa He MOKET HAUMHATHL HOBYH)
L[ETb, a4 TOJBKO JIMIIb HAPAIIUBATH YKE CYIIECTBYIOIIYIO, TO3TOMY
OHA HY’>KJIA€TCSl B KOPOTKOM ILIEMTOYKE HYKJICOTHIOB (TIpaiiMepe),
CUHTE3UpyeMOoM Iiparnmaszon. Tak kak JIHK-mmomrmmMepasbr moryr
CTPOUTH LETOYKY TOJBKO B HampaBjieHUu S' --> 3', 1j1s1 KONUPOBAHUS
AHTUIIAPAIUICIIBHBIX LIETIEW UCTIOIB3YIOTCS PA3HbIE MEXAaHU3MBI.



B3anmoagencrtesume ¢ benkamm

B3aumoneinicteue JJHK ¢ ructonamu. OCHOBHbIE aMUHOKHCIIOTHI THCTOHOB (Ha
pPUCYHKE MMOKa3aHbl FOJYyObIM IIBETOM) B3aUMOJICUCTBYIOT C KUCIOTHBIMU
docharapivu rpynmamu JIHK (kpacHblii 1BeT).



B3anmooencrtesume ¢ benkamm

Bzaumopeiicteue gakropa Tpanckpuniuu STAT3 ¢ JIHK (mokazaHna B Bujie CUHEMH CII
Bee pynkuuu JIHK 3aBucsaT ot e€ B3aumoaeicTBus ¢ 6enkaMmu. BzanmoaeicTBrs MOTYT
HecnenupuaeckuMu, Korjaa 0esok mpucoeauHseTcs K Joooit mosnekyne JIHK wim 3aBuc
HaJIMYKsl 0COOO0M MOCIIeN0BaTeIbHOCTH. DEPMEHTHI TAK)KE MOTYT B3aUMOJEUCTBOBATH C /]
HUX HanOoJiee BaxkHbie 370 PHK-nmonmmepaspl, KoTopbie KOMMUPYIOT MOCIEI0BATEIBHOC
ocHoBanui /IHK na PHK B Tpanckpunumu nim npu cunate3e HoBou nenu JJHK — perumk



Hykneasbl 1 nurassbl

JAHK-nonumepasa I (kosbiieo
CTPYKTYypa, COCTOSIIAsT U3 HEC
OJIMHAKOBBIX MOJIEKYN OelIKa,

ITOKa3aHHBIX Pa3HBIMH IIBETAMH ),

% JIMTUPYIOILASA TTOBPEKIAEHHYIO 11€




[ eHeTn4eckasa pekoMmobnHaums
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PexoMOMHaIMs TPOUCXOJIUT B pe3yibTare (PU3UUECKOTO pa3phiBa B
xpomocomax (M) u (F) u ux mocieayroiiero CoOeJMHeHUs C
oOpazoBaHueM JBYX HOBBIX XpoMocoM (C1 and C2)




