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Metoauueckue pa3paboOTKM NpeJHa3HAYeHbl MJII CaMOCTOSITENIbHON paboTh
o0y4Jaronuxcst Ha MPaKTHUYECKUX 3aHATHUSAX, a TAKKE JIJIST BHEAYAUTOPHOUN paboThI JJIs
NOATOTOBKH K 3aHATHUSIM U DK3aMEHY 10 AUCUUILTNHE «buonorusy.

MeTtoaudeckue pa3pabOTKH COCTAaBICHBI B COOTBETCTBHE C paboueii MporpaMMoi
JUCLUIUIMHBL, @ TAaKXe COINIACHO TpeOoBaHusAM DenepalibHOro rocyJapCTBEHHOTO
00pa3oBaTeIbHOTO CTaHAAPTA.



TEMA: Peanu3zauusi HacjieACTBEHHONH HH(POPMAaLMU B IPU3HAK

AKTYyaJIbHOCTH TEMBI. Menuunna Omkaiiiiero Oynyuiero 3TO
NepCOHU(PUIIMPOBAHHAS MEIULIMHA, OTTAJIKHBAIOUIAsICI OT OCOOCHHOCTEH TreHOMa
KOHKPETHOTO MHIMBUIYYMa, MPEAPACIIONArarllero K BO3HUKHOBEHUIO y HEro TOU
Wi UHOU Oose3Hu. [IpuunMHy BO3HMKHOBEHHsI OOJIE3HU YUEHBIE CTaJld BHUJIETH B
XapaKTEPHbIX HAPYILIEHUAX F'eHOMa U MpoTeoMa (COBOKYIMHOCTU BCEX OEJIKOB KIIETKU
U OpraHu3Ma B LEJIOM), IPOSBIAIOMIMXCA B HAPYIIEHUH CTPYKTYPbI TOrO MM UHOTO
reHa U TOSIBJIEHUU OEIKOB C M3MEHEHHBIMU CBOMCTBAMH, MOJYYMBIIMX Ha3BaHHE
«OUONOTHYECKUX MapKepoB» 3aboneBanus. s mpegynpexaeHuss OOJE3HH WU
CBOEBPEMEHHOTO JIeYeHHUsI HE0OX0IUMO KaK MOXHO PaHbIIE BBISBUTH JIEXKAIIUE B €€
ocHOBe Je(heKThl B TEHOME M NpoTeoMe (OMOJIOTHYECKHE MapKepbl OOJIe3HU) C
IOMOIIbIO MOJIEKYJISIPHOM JMAarHOCTUKH. AHaln3 OHMOJOTMYECKUX MapKepoB
METOJaMHU MOJIEKYJIIPHOM OMOJIOTUU MO3BOJIUT OLICHUBATh PUCK Pa3BUTHUsI OO0JIE3HH,
OCYILIECTBJISITh MOHUTOPUHT €€ TE€YEHUs, JIeJaTh BbIBOJIbI B OTHOIIEHUU MPOTHO3a, a
TaK)X€ MOAOHpaTh JIEKApCTBEHHBIE IMpEnapaTrbl HA OCHOBE YYBCTBUTEJIBHOCTH WIIH
HEYyBCTBUTEIBHOCTH K HUM 3aTPOHYTOTO I'€Ha MK OerKa.

Henp 3aHATHSA: U3YyYUTh COBPEMEHHBIC MPEACTABICHUS O TMpoIllecce OMOCHHTE3a
OeJika B KJIETKE

dopmupyemble KoMIeTeHUMH. B mponecce wu3yueHus Tembl y OOyHarOIIMXCS
dbopMupyrOTCS  CIENYIOIIME  yHUBEpCallbHbIe,  OOHIENPOQECCUOHATIbHBIE U
npodeccruoHanbHbIe KOMIIETEHITUU:

- YK-8: CmnocobeH co3maBaTh W TMOAJAEPKUBATH B IOBCEIHEBHOW KU3HU U
npoeccCHOHaNbHON NeITeIbHOCTH Oe30MacHble YCJIOBUS KU3HEACSITEIBHOCTU IS
COXpaHEHUsl MPUPOJHON Cpelibl, 0OecreueHnsl YCTOMUMBOrO pa3BUTHs OOIECTBa, B
TOM YHCJIe TIPH YIrpo3€ M BO3HUKHOBEHUHM YPE3BBIUAWHBIX CHUTYyallUid U BOCHHBIX
KOH(IUKTOB

- OIIK-2: CnocobeH TpOBOAUTh M OCYHIECTBISATH KOHTPOJb dS()PeKTuBHOCTU
MEPOIPUATUN IO TPOPHUIAKTHKE NH(PEKIMOHHBIX U HENH(PEKINOHHBIX 3200J1€BaHUN Y
HaceneHus (nerei), (OPMHPOBAHUIO 30pPOBOrO 00pa3a JKU3HU U CAHUTAPHO-
TUTHEHUYECKOMY IPOCBEIIEHUIO HACEIICHUS

- OIIK-2: CpoocobGeH BbISBIATH M OLEHUBATh  MOPGOPYHKUIHOHAIBHBIE,
(U3HOJOrNYECKUE COCTOSTHUSL U MATOJIOTMYECKUE MPOLIECCH B OpraHu3Me YesloBeKa,
MOJIEIMPOBAaTh MATOJOTMYECKUE COCTOSHUSA 1n VIVO M In Vitro IpH MPOBEACHUU
OMOMETUITMHCKUX UCCIIEI0BAHMIM

- OIIK-4: CnocobeH NpOBOIUTh M OCYIIECTBIATh KOHTPOJb 3(P(HEKTUBHOCTH
MEpPOIPUATUNA 1O TpoduiakTrke, (OPMUPOBAHUIO 3TO0POBOTO OOpa3a >KU3HU U
CaHUTAPHO-TUTMEHUYECKOMY MPOCBEIIECHUIO HACEIECHUS

- OIIK-5: Cmnocoben ormenuBath MOpGODYHKIIMOHANBHBIC, (PU3UOIOTHIECKUE
COCTOSIHAS M THaTOJIOTMYECKHE IPOLIECCHl B OPraHU3ME YEJIOBEKa JUISl PELICHHUS
po¢eCCHOHANBHBIX 32124

- OIIK-8: CriocobeH ucnosib30BaTh OCHOBHBIE (DU3UKO-XUMUYECKUE, MATEMaTUUECKHE
M €CTECTBEHHO-HAYUYHBIC IOHATHS U METO/IbI ITPH PEIICHUH NMPO(PEeCCHOHANBHBIX 3a7a4
- TIK-13: CmocobeH mpOBOAUTH, H OCYIIECTBISATH KOHTPOJIL 3S(PGhEKTUBHOCTH
MEpPONPUATUI TTO0 TPOPUITAKTHKE UHOEKIIMOHHBIX U HEMH(PEKIIMOHHBIX 3a00JI€BaHUM Y



HaceneHus (neTeil), (OpMHpPOBAHUIO 3J0pPOBOro o0Opaza KU3HU M CaHUTAPHO-
TUTHEHUYECKOMY TIPOCBEIICHUIO HACEIICHUS

- TIK-19: Omnenka wmophodyHKIHMOHATBHBIX, (PU3NOJIOTUIECKUX COCTOSHUMA,
(Gu3HUeCKNX, MATOJOTHYECKUX IMPOIIECCOB U TEHETHUECKNX (DAaKTOPOB B OpraHU3ME
YeJIOBEKA, YIPABJICHUE YKUBBIM OPTaHU3MOM KaK CII0)KHOW CHUCTEMOW IS PEIICHUS
npodeccuoHanbHBIX 3a/1a4

- TIK-20: CnocobGeH TpPOBOJWTH M OCYHIECTBISATH KOHTPOJHh 3(PHEKTUBHOCTH
MEPOTPUATUHN 110 POPUITAKTUKE UH(HEKITMOHHBIX U HEMH(PEKIIMOHHBIX 3a00JI€BaHUM
y HacejeHus (nereit), GOpMHPOBAHUIO 3I0POBOTO O0Opa3a J>XKU3HU W CAHUTAPHO-
TUTHCHHYECKOMY TIPOCBEIIICHUIO HACCIICHHUS

CTyeHT J0JDKEH 3HATh:!

- COBPEMEHHOE OTIPEICIICHNE TeHA

- CBOMCTBA N'€HETUYECKOT0 KOJIa

- OCHOBHBIC JTaITbl peaTU3aINK TeHeTUYECKON HH(pOpMAITUN

- ICHTPATBHYIO JIOTMY MOJICKYJISIPHON OMOJIOTHH

CTyIeHT J0JDKEH YMETh:

- paboTaTh CO CIECHHUAIBHON JTUTEPATYPOH MO OMOJOTHH

- pelaTh 3aJa41 M0 MOJIEKYJISIPHON T€HETHUKE

CTyIeHT JOJIKECH BJIAETh:

- HaBBIKAMH HAyYHO-MCCIIC0OBATEIBCKON pabOThI

- BJAJETh TEXHUKOW W3TOTOBJICHUS CIANJOB MO KOHIENTYaJbHBIM BOIPOCaAM
MOJIEKYJIIPHOW T€HETUKH

WH®OPMAIIMOHHBIN BJIOK

OtHocutenbHass  NpuMUTHBHOCTH  cTpykTrypel  JIHK, mnpencrasnstomeit
YEpEOBAHUE BCEr0 YETHIPEX PA3JIUYHBIX HYKJICOTHIOB, IOJTO€ BPEMs MeEIIala
UCCIIEIOBATEISIM paccMaTpUBaTh 3TO COEJUMHEHHME KaK MaTepualbHBIA CcyOCcTpaT
HACJIEJICTBEHHOCTH M WM3MEHUYMBOCTH, B KOTOPOM JIOJbKHA OBITH 3amudpoBaHa
Yype3BbIUafHO pa3Ho0Opa3Has uHpopmanus. B 1954 roay, yepes roj nocie OTKPhITUS
nBycnupalibHON cTpykTyphl Mosiekyn JIHK, coBerckmii u amepukaHcKuil (u3HK-
TEOPETUK, acCTpO(U3UK W TOMyJIIPHU3aTOp HAYKH [ aMOB HEOXUJAHHO BIIEPBBIC
MOCTaBUB TPOOJEeMy TeHeTH4YecKoro kojga. OH MOHsUI, YTO CTPYKTYypa OCHOBHBIX
CTPOUTEIIbHBIX OJIOKOB KJIETKH — O€JIKOB, COCTOSIIUX U3 20 OCHOBHBIX (IIPUPOIHBIX )

aMUHOKHUCJIOT, — JIOJKHA OBITh 3amr@poBaHa B MOCIEAOBATEIIBHOCTU U3 YETHIPEX
BO3MOXHBIX HYKJIEOTHUIOB, BXOIAIIMX B cocTaB MoseKyJibl [JHK.
IIepeBon uHpopmaruuy, 3aKJIFOUEHHOU B MOJIMHYKJIEOTUTHOMN

nocienoBatenbHocTd MPHK, B aMHMHOKHCIOTHYIO MOCJIEAOBAaTEILHOCTh Oelka
TpeOyeT ompeAcEéHHOr0 croco0a KOAUpOBaHUS WM IMpOBaHUs, T..
CYLIECTBOBAHUSI OIPEACIEHHOTO 3aKOHA, IO KOTOPOMY YEPEAOBAHUE YETHIPEX
Hykieotu10B B MPHK 3agaér cnennduueckyro nocneqoBaTeIbHOCTh aMUHOKUCIIOT B
OeJke.

I'eHeTHYEeCKMI1 KO/l - CBOMICTBEHHAS KUBbIM OPraHU3MaM €IMHasi CUCTEMA 3aITUCHU
HACJIEJICTBEHHOW WHGOpPMAIlMM B MOJIEKYJIaX HYKJICHMHOBBIX KHCJIOT B BHJE




MIOCJICIOBATENHPHOCTH HYKICOTHIOB. Kaxaplii HYyKJICOTHT 0003HAYAETCS 3arIaBHOM
OyKBOM, C KOTOPOI HAUMHAETCSl HA3BaHWE a30TUCTOI0 OCHOBAHMS, BXOJISIIETO B €ro
coctaB: - A (A) anenun; - I' (G) ryanun; - 1 (C) uurosun; - T (T) tumun (B JJHK)
win Y (U) ypauun (8 MPHK).

['eneTnueckuit KOJ UMEET CIEaYIONIEe OCOOEHHOCTH.
1. Koa TpUmnieTHslii, TO €CTh OAHY AMUHOKHCIIOTY ONPEAEIISIET TPOMKA HYKJIEOTH IOB
(Kom0H).
2. Kon omHOo3HAuHBIN (cieUUYIHBIN): KaKIbI KOJAOH 0003HAYaeT TOJIBKO OIHY,
OIPEIENEHHYI0 AMUHOKUCIIOTY
3. T'enernueckuil KOJA BBIPOKIEH, TO €CThb OJHOM AaMHHOKHUCIOTE MOXKET
COOTBETCTBOBATH OoJiee, YeM OJMH KOJIOH. TOJIbKO J1BE aMUHOKHCIIOTH — METHOHUH U
TpunToPaH UMEKT MO OJHOMY KOJOHY. JIEWIMHY M CEpUHY COOTBETCTBYET IO 6
KOJIOHOB, TJUIMHY M allaHUHy - 10 4, a TIyTaMUHOBOW KHUCJIOTE, TUPO3UHY U
TUCTUAUHY - 10 2. ECIM aMUHOKHCIIOTa KOJUPYETCS HECKOJIBKUMH KOJAOHAMU, TO B
OOJIBIIMHCTBE CIIy4aeB OHU PA3JIMYAIOTCS MO TPEThel OyKBE, TO €CTh MO0 HYKJICOTUILY
Ha uX 3'- koHie. Takum oOpa3zoM, crenudUIHOCTh KaKIOTO KOJOHA OMPEACNIeTCS
[JIaBHBIM 00pa3oM €ro NepPBbIMU JIBYMsI HYKJICOTUIAMU, TPETUM K€ UMEET MEHBIITYIO
crenupuIHOCTb.
4. Ba)XHBIM CBOMCTBOM I'€HETUYECKOTO KOJa SIBJIAETCS €r0 HEMEPEKPhIBAEMOCTb, TO
€CTh HE3aBHUCUMOCTh OTACJIbHBIX TPUILIETOB. BcieactBue 3TOro, OTCYTCTBYIOT
OTPaHUYCHUSI B TIOCJIEIOBATEIILHOCTH aMUHOKHUCIIOT B OeIKax.
HckmoueHnne u3 TpaBWiia HEMEPEKPHIBAEMOCTH OOHApPYKEHO JIMIIL B TE€HOMAax
HEKOTOPBIX BUPYCOB. DTO 00yciioBIeHO ManbiMu pasmepamu ux JIHK u B cBsi3u ¢
ATUM 3KOHOMHBIM HCIOJB30BAaHUEM €€, TaK KaK OHa JI0JKHA KOJAHPOBATH HECKOJIBKO
0€JIKOB, 00ECIEeUNBAIONINUX )KU3HECTIOCOOHOCTh U Pa3MHOXKEHNUE BUPYCHBIX YaCTHIl. Y
ATUX BHUPYCOB MCIOJB3YIOTCS pa3Hble pPaMKH CUMTBIBAaHUS Il OMOCHHTE3a
HECKOJIBKMX OCJIKOB Ha OJHOM M TOM ke mocieaoBaTeabHocTy Hykieotu1o8 JJHK.
5. Kox HempepbiBeH. Kox He mmeer “3amsThiX”, TO €CTh OTCYTCTBYIOT CHTHAJbI,
MOKAa3bIBAIOIINE KOHEL OJHOr0 KOJOHA M Hayano ciegyromero. [loatomy B Hauane
npoutrenuss MPHK nomkHa ObITh MpaBUILHO YCTAHOBJIEHA ‘‘paMKa CUUTHIBAHHS .
Ecniu B pesynbpTaTe BO3JCUCTBUS MYTAareHOB MpoW3oiaeT 15 BhIMajeHuE WU
BCTpaMBaHUE OJHOTO HYKJIEOTHJA, TO paMKa CUMTHIBaHUA 'cOuBaerca" Ha OJMH
HYKJICOTUJ, U BCE MOCIECAYIOIIME KOJOHBI BBIMAYT W3 MPABWIBHOM paMKH, YTO
npuBedeT K oOpa3oBaHMI0O  Oenka € UCKOKEHHOM  aMHUHOKHCIIOTHOM
MOCJIEI0BATEILHOCTHIO (MYTAIIMU CO CABUTOM PAMKU CUUTHIBAHUS).
6. Em€ ogHO CBOMCTBO KOJ1a — 3TO €r0 YHUBEPCAIbHOCTh. KOJ10BBIE CI0Ba OJJMHAKOBBI
y YelOBeKa, >KMBOTHBIX, PACTCHHI, MHOTHUX OakTepwii. JTO CIYXHUT €Ule OAHUM
JI0Ka3aTeIbLCTBOM B IOJIb3Y TOT'O, YTO BCE JKUBBIE OPraHU3MbI IPOU3OIUIH OT €AMHOTO
MPEIKAa, MMEBLIETO0 TE€HETUYECKUM KOJ, COXPAHUBILIUMCA Ha NPOTKEHUU BCEU
OMOJIOTUYECKON HBONIONMHU. brarogapsi yHUBEpPCAIbHOCTH KOJla BO3MOKHA I'€HHAas
WHKEHEPUS.

3anucaHHas C TOMOIIBI0O TEHETHYECKOro KOja HaCJEJCTBEHHash HHQpopmalus
xpanutcsa B Mojekynax JIHK. Ona pasmHoxkaeTcs, mepenuchiBaeTCsl B MOJIEKYJIbI
PHK n7st Toro, 4To0b1 00ecneynTh KIETKH HEOOXOAUMBIMU JJI UX KU3HU U PA3BUTHS



oenkamu. Tpanckpunumed Ha3biBaetcsi cuHte3 PHK-konumit mo marpuiie yyactka
JIHK 1o npuHuuny komruieMeHTapHOCTH. TpaHckpunuuto npoBoaut ¢pepment JJHK-
3aBucumasi PHK-nonumepasza. Cunre3 MPHK naumnaercs ¢ oOnapyxenuss PHK-
nonuMepazod ocoboro yuactka B wmoisekyne JIHK — mpomotopa. Ilocne
npucoennHenuss k Hemy PHK-mosmmepassl npunexamuii BuTok cnupanu JHK
packpyuuBaercs, ase uenu JHK pacxonmarcs B pesynprare paspblBa BOAOPOAHBIX
CBSI3€1 MEXKy KOMIUIEMEHTAPHBIMUA OCHOBAHUSMM LIETIEN HA PACCTOSIHUHA PUMEPHO
18 nykneorunnbix nap JJHK. Tak obpasyercs TpaHCKpUNIIMOHHASA BUIIKA, B KOTOPOU
MaTpuiia goctynHa ais gepmenta. [lo ogHonenoyeunon marpuiie PHK-nonumepasa
cuntesupyet nenb PHK u3 cBoOOAHBIX pHOOHYKICOTHIOB, TPUYEM MPOTUB aJICHUHA
B JIHK Bcraer kommuiementapHbeii emy ypauwi. Ilo mepe mponswxkenus PHK-
nonuMepasbl npoiaeHHbie e ydacTku JIHK BHOBH 00BEAMHSIOTCS B JBOWHYIO
cnupanb. Matpuuen 11 TpaHCKPHUIILUK cy>kUT oaHa u3 uenen J{HK, ee Ha3biBaroT
KOJOT€HHOW. TpaHCKpUNIIKS MPOI0IKAETCA 10 TeX nop, noka PHK-nonumepasa He
BCTPETUT CIELUAIBHYIO HYKJIEOTHIHYIO TIOCIEA0BATENBHOCTh — TEPMHUHATOP (CTON-
KOJoH). B »3TOM ywacTke QepMeHT oTnenserci U OT MaTpulbl, U OT
HOBOOOpa3zoBaHHOM Mosiekysibl MPHK. CunrtesupoBannas moinekyna PHK conepxur
TOYHYIO KOIHIO MH(GOpPMALINH, 3alTUCAaHHYI0 B cOOTBEeTCTBYIOIIEeM yyacTke JITHK.

VYyacrok wmonekynsl JIHK, Bxmowaronuid mOpoMOTOp, TPaHCKPpUOUPYEMYIO
NOCJIEOBATENbHOCT M TEPMHUHATOP, OOPa3ylT €OUHULY TPAHCKPHUILMHA -
TPAHCKPUIITOH.

B nsykapuorndeckux kierkax MPHK chHawana "mo3peBaer" B supe, a 3arem
COEIMHSETCS CO CHEIMaIbHBIMU O€IKaMH, KOTOpbIE 00ECIeUnBaOT €€ MPOXOKIACHHUE
yepes3 MOpHI SIEPHOI 000JI0UKY B IUTOILIA3MY.

B sgpe sykapuormueckux kietok coxaepxkurcs Ttpu PHK-monmmepassl. PHK-
nojiuMepasa | HaXoauTCs B SIAPBINIKE W OTBEYAET 3a OMOCHMHTE3 TJIaBHBIM 00pa3oM
pudocomuoit PHK, PHKnonumepasa Il ocymectBiser cuate3 paznoodpazasix MPHK,
a PHK-nommmepa3sa III cunresupyer TPHK n 5S-pPHK.

DyKapUOTUYECKUE T€Hbl UMEIOT OOJIBLIYIO MPOTSXKEHHOCTD U CJI0KHOE CTPOCHUE.
OHu BKJIIOYAIOT B ce0si KpOMe KOAMPYIOIIMX MOCIEI0BATEIHHOCTEH — HK30HOB,
MHOI'OYHCJICHHBIE BCTABOYHBIE yYAaCTKM — HMHTPOHBL. llodTOMYy mpOIyKTBI
TPaHCKpUNIMU — npeamecTBeHHUKM MPHK MMEIOT BBICOKYIO MOJIEKYJIIIPHYIO Maccy
U TOJIBEPraroTCsl MPOIECCUHTY (KOBAJICHTHON MOu(UKALINK), TPEKIEC YeM U3 HUX
obpazyrotcs 3pensiec MPHK. [Iporieccunr BkimrogaeT B cedst Mogudukanuio 5°- u 3°-
KOHIIOB U CILUIAMCHHL.

CIutaiicMHI — 3TO COE€IMHEHHME KOHEIl B KOHEL SK30HOB MU YJaJI€HHE MHTPOHOB C
oOpazoBanueM 3penbix MPHK. On nmpotekaer npu ydyactun mansix siaepHbix PHIT
(MaPHIT). Mansie saepusie PHK (MsaPHK) cBsizpiBatroTcs ¢ OE€ITKOBBIM OCTOBOM,
COCTOSIIIUM U3 HECKOJbKUX mpoToMmepoB, oOpaszytor MsaPHIIL. Ilocnennue
B3aumonencteylor ¢ PHK wu apyr ¢ apyroMm, (QUKCUPYIOT W OpPUEHTHPYIOT
pPEaKIIMOHHBIE TPYIIbl [EPBUYHOTO TpaHCKpunTa, oOpaszys cruialicocomy. Ee
KaTaIuTHYecKass akTUBHOCTb oOycnoBieHa PHK-cocrapastomumu (takue PHK
Ha3bIBAIOTCS pubOo3umamu). Ha KOHIIAX MHTPOHOB UMEIOTCS crenuduyeckue
MOCJIEI0BATEIbHOCTH HYKJICOTUIOB — CAaWThl CIUIACHHIA, KOTOpbIE 00ECIEeUnBaOT




TOYHOE yJaJleH1ue NUHTPOHOB 13 MoJieKkyJibl npe-MPHK (Ha 5° — AI'TY, na 3' —T'AIT).
Ha niepBoui ctaguun oguu MsaPHII cBsi3pIiBatoTCA C caTamu CIUIaliCUHTa, 3aTEM K HUM
npucoeaunustoTcs apyrue MaPHII — dopmupyercs crutaiicocoma. Ilpu 3ToOM KOHIIBI
HK30HOB COJIMKAIOTCS U COENMHSIIOTCS, a MHTPOHBI ynaisiorca. Tak oOpasyrorcs
«3penbie» MPHK, koTopsie cirykar mociie BpIXOJ1a B LUTOIJIA3MYy MaTpULlaMU IS
CUHTE3a OEJIKOB B MPOLIECCE TPAHCIISLUY.

Tpancasinmeil Ha3pIBAIOT MPOLIECC, C TOMOIIBIO KOTOPOTO MOCIEA0BATEIbHOCTD
ocHoBaHuii B Mosekynax MPHK nepeBoauTcs B mocieoBaTeIbHOCTh aMUHOKHUCIIOT B
nonunenTtuaax. OHa NOPOUCXOAUT Ha puOOCcOMax, KOTOpble OOECIeunBaOT
pacumdposky 3axiatoueHHOM B MPHK umnpopmanuu ¢ nomomso TPHK. B xoxe
TPAHCISALMKU BbLACIAIOT TpU (as3bl: HHUIUALUIO, SJOHTAlUI0 U TEPMUHALUIO.
Wuunpanys, wid Hadajao CUHTE3a MOJUNENTUIHOW Ienu, 3aKiIrYaeTcss B cCOOpKe
OEJIOKCUHTE3UPYIOIIEeH CUCTEMBI U3 OTJEIbHBIX MAaKPOMOJIEKYJI U YCTAaHOBKE PaMKHU
cuutbiBanus. Hauano cunteiBanus MPHK Haxonutcs HECKOJIBKO OTCTYNSI OT Hayasa
nenu MPHK, n pubocoma oimkHa cecTh HEMOCPEACTBEHHO HA YYACTOK, CONECPKAIIHIMA
uHUIMUpYomui kogoH AYI. Manas cybuactuiia puO0COMBI TOJKHA COSTUHUTHCS C
MPHK Takum o6pa3om, utoObl cTapToBbiii kKojoH AVYI pacnonaraics B oGnactu
cyOuacTuiel, coorBeTcTBYIoMIEeH [1-11eHTpy. COeMMHUTHCA CO CTAPTOBBIM KOJIOHOM H
3aHATh MECTO B HEIOCTPOCHHOM lI-tieHTpe moxeT Tosbko mHunuupyromas TPHK,
HeCcylllas AaMHHOKHUCIOTY MeTuoHuH. Ilocnme »storo mnpucoenuusiercs Oosblas
cybuactuiia pudocomsl, u popmupytores I1- u A-ientpsel. K koHIty ga3sl ”HUIIMAIIIT
noJyiasg pudocoma cBa3ana ¢ MPHK, B II-uentpe crout metnonun-tPHK, B A-yuactke
crout 24 Bropoi konoH MPHK, octanbhast yacte ero cBo0oaHa. Y 3yKapuoT Manas
pubocomMHas cyOdacThila, Kak MPaBWIO, CHAadaja MPUCOCIHUHSETCS Ha S5'- KOHeT
MPHK, a 3atem nBmXeTCs BAOJb IIENU U CKaHUPYET (IIpocMaTpUBaeT) €€, MoKa He
BCTPETUT MHULMUPYIOIIHUA KOJOH. DTOT COCOO MOJYYHJI Ha3BaHUE TEPMHUHAIBHOM
uHUIManuu. JlJig oCylIecTBICHHsI 3TOrO MyTH dYKapUOTHYecKas KiieTKa o0iaaaer
HAa0OpOM CIEeNUATBHBIX OENKOB — (PAaKTOPOB WHUIIMAIIMU, KOTOPBIC CIyKaT IS
onpenenenus pudbocomHoi yactunen 5'-konna MPHK u ee manpHeliero 1BmkeHus.
benkoBble (pakTOpbl MHULMALMK TPAHCISLUU y 3yKapuoT obo3HavaroTcs Kak elF c
yKa3aHHEM HOMEDA.

Jlanee HauMHAeTCs caMblil MPOJOJDKUTEIBHBIM ATanm OEJIKOBOTO CHHTE3a —
anouranus. B xozae snonranuu pudocoma ¢ nomoisto Tpancnoptabix PHK «uurtaer»
konoHsl MPHK, HapamuBas nmoaunenTuaHy0 UEMOYKy 3a CUET MOCJIEA0BATEIbHOTO
NPUCOEANHEHUS aMUHOKHUCIIOT. DIJIOHTalMs HAYMHAETCS OT MOMEHTa O0pa30BaHUA
IIEPBbIC NENTUIHON CBA3M M 3aKaHYMBAETCS I0CIE BKIKOYEHUS B IMOJIUIEITHIHYIO
HeNb MOCIeIHe aMUHOKUCIOTh. DYHKIUST pUOOCOMBI 3aKJIIOYAETCSI B TOM, YTOOBI
yaepxkuBaTh B Hy:XHOM nonoxennu MPHK, TPHK, amuHOKucnoTHBIE OCTaTky u
OenkoBble  (DAKTOpPHI JJIOHTAIMM JO TEX TOp, TMOKa MEXIYy COCEeTHUMU
AMUHOKHUCJIOTaMH HE o0Opa3yercd TMeNTUAHAs CBs3b. OJOHTalMs — 3TO
TTOBTOPSIOLIMICS TTPOLIECC.

Jlnst TepmMuHanuu (OKOHYAHMS) CHHTE3a TMOJMIENTHIHONW IIeMU HEOOXO0IUM
cneuuanbHblid curiain B MPHK - tepmunupyronmit kojgon (YA, YAA unu YT'A).

HecMoTpst Ha OOJIBIIYIO CII0KHOCTb, OMOCUHTE3 OEIKOBBIX: MOJIEKYJ IMPOTEKAET C




Ype3BBIYAHO BBICOKOW CKOPOCTBIO: Tak, nonunentuaHas nens w3 100
AMUHOKHCJIOTHBIX OCTaTKOB CHUHTe3upyeTcs 3a 5 ¢. CKOpoCcTh OMOCHHTE3a MOXKET
YBEIIMUMBATBHCS B HECKOJBKO pa3 3a cyeT Toro, uro Ha ogHoil MPHK moryT Bectn
CUHTE3 OJIHOBPEMEHHO HECKOJIbKO pubocoM. I'pyrinbl pub0oCcoM, COEIMHEHHBIX IPYT C
npyrom oxHoi Mojiekyinoit MPHK, HaspiBaroT momupubocoMaMy MIIM TIOJHUCOMAMH.
Takum o0pazoM, MaTpuyHas PUPO/Ia MPOIIECCA TPAHCIISIIIUU TPOSIBISIETCS B TOM, UTO
BKJIIOUCHUE AMHUHOKHUCIOT B TMOJUIIENTUIHYIO LEMNb OJIHO3HAYHO OIpEaeNaeTCs
nopsiAKOM  pacnosiokeHust koAaoHoB BAosib 1enu MPHK. CyObeaunubsl pubdocom
BBITIOJIHAIOT B TMPOIECCe TPAHCISALUMU pa3Hble (DYHKIMU: Majas CcyObeluHUIIA
npucoeauuser MPHK u nexkonupyer nadopmamuto ¢ momompo TPHK, a Gonprras
OTBEYAET 3a KaTajiu3 00pa30BaHUs MENTUIHBIX CBSI3EH.

benok ocTaeTcsi OMOTOTUYECKH HEAKTUBHBIM JI0 TE€X IOP, MOKAa OH HE CBEPHETCS C
o0pa3oBaHMEM NPUCYIIEH eMy TPETHMYHON CTPYKTYphl (HATUBHOM KOHGOpPMAIIHH),
KOTOpasi ONPEAEISACTCI AaMHUHOKHCIOTHOW MOCJIEA0BAaTEIbHOCThIO. B  Kakou-TO
MOMEHT, BO BpeMs CUHTE3a MOJIMIENTUIHOMN IENU WIH MOCTE €ro 3aBepIIeHUs1, 010K
CaMOITPOU3BOJIBHO TPHUHUMAET CBOIO CHEHU(PUUYECKYI0 TPEXMEPHYIO CTPYKTYpY.
OpmHako 4acTo MOCTPOCHHAs Ha pUOOCOME TOJIMIENTHIHAS 1IETTb HE MOXKET MPUHSTH
OKOHYATENbHYIO0 OMOJIOTMUECKH aKTUBHYIO KOH(OpPMAIIMIO, IMOKA HE IMOJABEPTHETCS
MIPOIIECCUHTY, WU KOBAJCHTHOW MOAUGUKAIMKN. Y Pa3TUYHBIX OCITKOB MPOIIECCUHT
npoTeKaeT mo-pazHomy. [Ipu 3TOM MOXET MPOUCXOIUTH OTIIEIIeHHe hepMEeHTaMu
"TUIHUX" aMUHOKHUCIOTHBIX OCTAaTKOB (HalpuMep, MHUIMUPYIOIIKX), BBEACHUE B
ONpE/ICTICHHBIE AMUHOKHUCIIOTHBIE OCTaTKH docdarHbIX, METHWJIbHBIX,
KapOOKCUJIBHBIX, OJHMTOCaXapuJIHbIX WIM TMpoCTeTUYecKux Trpynn. Hampumep,
TOPMOHBI TMOJIKEITYIOYHOUN KeJe3bl MHCYJIUH U TJIIOKaroH CHUHTE3UPYIOTCS B BUJE
HEAKTUBHBIX MpeIIeCTBeHHUKOB. CHavalla U3 HUX YIAJSIOTCS CUTHAIBHBIC TIETITU/IBI,
B pe3yJbTare 4ero o0pa3yroTcs MpOropMOHBL. 3aTEM YK€ B CEKPETOPHBIX I'paHyJiax
MIPOTOPMOHBI IPEBPAIIAIOTCS B AKTHBHBIE TOPMOHBI.

B Hacrosmee Bpemsi pacTET MHTEPEC K HUCCIEAOBAHUSAM MOCTTPAHCIALMOHHBIX
MOAU(UKALMA, OCOOEHHO 3TO CBSI3aHO CO 3HAYMMOCTBIO OEJIKOB B MaTOreHEe3e
pa3IUYHbIX 3a00JI€BaHMI, B TOM YHUCJE OHKOJOTMYECKHUX. Tak €CTh CBEICHUS O
3HAYUMOCTU M3MEHEHHN MOIU(UKAIMKU ONpEAeTEHHBIX OCNKOB MpPU paKe TOJCTOU
kuimkd. OnpenenéHayro uHboOpMaIdio 0 Moaudukanusax Oeiaka MoxeT aath 2D-
anekTpodope3. ITO B OCHOBHOM HH(POpMAIUS O HATMYUU MOAUDUKAIIUNA, MEHSIOITUX
Maccy Oenka. KonndectBeHHy0 HH(DOpMaIMIO 00 OTAEIbHBIX MOCTTPAHCISIIUOHHBIX
MOAU(DUKAIUIX MOXKXHO TOJYYUTh MMMYHOXMUMHUYECKH. BakHOoe 3HaueHue cpeau
METOJIOB HU3YYEHHUS TMOCTTPAHCIISIIIMOHHBIX TMPOIECCOB OelKa MMEeT Mmacc-
CIIEKTPOMETPHUS, KOTOpash IMO3BOJSET ONpPENeTuTh TUN MoAuduUKamu u eé
MECTOTOJIOKEHHE B OEJIKE.

IleHTpaJbHAas J0rMa MOJIEKYJISIDHOH 0MOJIOTHH.

O6o0matomiee HabMOaeMOe B MPUPOJIE MPABUIO peaid3allii TeHETUYECKON
uHdopmaru: nHbopManus nepeaaéTcss OT HyKJIEHHOBBIX KHCIOT K O€NKy, HO HE B
oOpatHoMm HampaBieHuu. [IpaBuno 6s110 chopmynupoBano dpencucom Kpukom B
1958 romy m mpuBeneHO B COOTBETCTBHE C HAKONMBIIMMUCA K TOMY BPEMEHH
nanaeiMH B 1970 rony. Ilepexoa renernyeckoi uHpopMaluy NoCaeqoBaTeNbHO OT




JIHK x PHK u 3atem ot PHK k Oenky siBisieTcsi yHUBEpCalbHBIM JJis Bcex O€3
UCKJIIOUEHHUS KJIETOUHBIX OPraHU3MOB, JIEKUT B OCHOBE OMOCHHTE3a MaKpOMOJIEKYI.
Perumkanum reHoma cooTBeTcTBYeT MH(popManmonHsiii nepexon JJHK — JIHK. B
npupojie Bctpeuarorces takxke nepexoasl PHK — PHK u PHK — JIHK (manpumep, y
HEKOTOPBIX BUPYCOB), a TaKXKe M3MEHEHHE KOH(popmanuu OeIKoB, epeiaBaeéMoe OT
MOJIEKYJIbI K MOJIEKYJIE.

B kaxmo# kjeTke W )KMBOM OpPraHu3Me B II€JIOM CHUHTE3UPYIOTCS crenuduyueckue
O€JIKK ¥ C HEOJIMHAKOBOW CKOPOCTHIO. briaromaps peryisiiiuu CuHTe3a B KOHKPETHBIX
YCIIOBUSIX Cpeabl 00pa3yeTcst JUITh HEOOXOIUMOE YHCIIO MOJIEKYJ JaHHOTO OelKa.
HccnenoBanusi mokaszanu, 4yTo OOJiblllas 4acTh F€HOMA HAXOJUTCA B HEAKTHUBHOM,
penpeccupoBaHHOM, COCTOSIHUH. CIIeKTp PYyHKIMOHUPYIOIIKMX T€HOB 3aBUCUT OT THIA
KJIETKH, TEPHOJa €€ MXU3HEHHOrO0 IMWKIA, CTaJUd WHIAMBUIYAIBHOTO pPAa3BUTHUS
opranusma. Y OOJBIIMHCTBA OPraHU3MOB aKTUBHO TPAHCKPUOUPYIOTCS TOJIBKO 2 - 10
% renoB. Hanbomnee spdexTrBHA peryisiius Ha YPOBHE UHUITMAIIMN TPAHCKPHUIIIIUH.
B JIHK nmeercs HeCKOIbKO 00JacTeil, KOTOPbIE YYACTBYIOT B PETYJISLIMU JEHCTBUS
reHoB. [IpomoTop - yuactok JIHK, ¢ kotopeim Mmoxket cBa3biBaTbesi PHK-nonumepasa,
UHULMUPYST TeM caMmbiM TpaHckpunuuio. Onepatop - obnacts JIHK, koropas
B3aMMOJICUCTBYEeT ¢ OemKoM-pemnpeccopoM, Ojarojapsi 4YeMmy peryjupyercs
DKCIIPECCUsl I'€HAa WM TPYyNIbl TNeHOB. Peryisnus OCylIeCTBISETCS WM IYyTEM
CTUMYJIALIMH, WIH ITyTeM 3anpeluenus coearnHenuss PHK-nonumepassl ¢ mpomotopom
reHa C MOMOIIBIO OEIKOB-PEryJIATOPOB. 32 CHHTE3 ATUX OEJIKOB OTBEYAIOT T'€HbI-
PETYJIATOPBI.

benok-perynsTop, BKIIOYAIOMIMA TPAHCKPUIILIMIO JAHHOTO TE€HA, Ha3bIBAETCS
aKTUBATOPOM, a BBIKIIIOUAIOIINI - penpeccopoM. B perynsiuu TpaHCKpUIIIIMA MOTYT
OpUHUMATh  y4acTHe  BemlecTBa  HEOETKOBOM  mpupoibl —  3PEHEKTOpHI.
BzaumopeiictByst ¢ OenkaMu-peryisTopaMy, OHHM H3MEHSIOT HX CIHOCOOHOCTH
COCIMHSATHCS C HYKJICOTUAHBIMU MOCIIEI0BATENbHOCTAMU. ECniu B pe3yJibTare Takoro
B3aMMOJICHCTBHS TPAHCKPUIILUS 3aIyCKAEeTCsl, TO BEMIECTBO HA3bIBAIOT HHIAYKTOPOM,
a €ClIM MPEeKpaIaeTcs, TO KOPENPeECCOPOM, MOCKOIbKY OHO MEPEBOIUT HEAKTUBHBIN
pernpeccop B aKTUBHYIO (OpMy.

Peryasinus 3Kcnpeccuy reHoB Y 3YKapHUOT.

['éeHOMBI 3yKapUOTHYECKMX KJIETOK OTJIMYAIOTCS OrPOMHBIMHM pa3MepaMu H
00JIBILION CIIOKHOCTHIO, TO3TOMY MEXaHH3MBI PETYNIALNNA OMOCHHTE3a OEITKOB Yy HUX
pa3HooOpa3Hbl. Perynsmust ocyllecTBIsSETCS Ha pa3HbIX YPOBHAX. Tak; CTOMKYIO
penpeccu0 TEHOB BbI3bIBAET KOMIIAKTHAs yMaKOBKA XPOMATHHA, BKJIIOYas
B3aUMOJICHCTBHUE C TUCTOHAMH, 00pa30BaHUE HYKJIEOCOM M 3JIEMEHTAPHBIX (PUOpUILI.
B rerepoxpomaruse A TpaHCKPHUIILUU JOCTYIHO MeHee 1% reHoB, B 3yXpoMaTHHE,
UMeIoIeM 00JIee PHIXITYIO YKIIAJIKy — 3HAYUTENIbHO OoJbllee. B pa3HbIX THUIIAX KIETOK
B 00JaCTH DJyXpOMaTHHA IMONAJAlOT HEOJWHAKOBBIE TE€HBI, YTO O0OECIEeYnBACT
CTaOMJIBHYIO PETPECCUI0 OJHUX T'€HOB U JEPENPECCUI0 JPYTUX Ha MPOTSHKEHUH BCEr
KU3HU KJIEeTKH. V3MeHeHHe KOJIMYecTBa T€HHBIX MPOAYKTOB - OEJKOB B KJIETKaX
MO3BOHOYHBIX KHUBOTHBIX MOET MPOUCXOIUTH BCIEACTBHE aMILUIU(UKAIK (TO €CTh
yBeIn4yeHus uncia reHoB). Hampumep, y yenoseka 20% reHoma COCTOUT U3 T€HOB,
koaupyromux pasznuunabie BuAbl PHK. KonnuecTBO réeHOB MOXKET yBEIWYMBATHCS B




OTBET Ha BO3/EWCTBHE BPEIHBIX dKOJNOrHueckux QgaxtopoB. Hampumep, nobliienue
KOHLEHTPALMHU TSKEJIBIX METAJUIOB B KPOBU IPUBOAMT K YBEIMYECHHUIO YUCIIA T€HOB
OeJika METaJUIOTUOHENHA, 00JIaJAIOIIEr0 CBOMCTBOM CBSI3bIBATh TSKEJIbIE METAJUIbI U
3alMIIATh TakuM oOpa3oM KJIETKH OT HX Bo3AeicTBUsA M3MeHeHue crekTpa
CUHTE3UPYEMBIX KIJIETKOW OEJIKOB NPOUCXOIUT B pE3yibTaTe MEPECTPOUKU I'€HOB -
TreHETUYECKON peKOMOMHAIIMY, KOTOPAasi BKJIIOYAET B CE0sI IepeMelIeHUE T€HOB MEXK Y
XpPOMOCOMAaMH WJIM BHYTPU XPOMOCOM, a TaKke 00beJUHEHNE T'€HOB C 00pa30BaHUEM
U3MEHEHHBIX XPOMOCOM, KOTOpBI€ CHOCOOHBI K pEIUIMKAUUA U TPAHCKPHUIILIHH.
[TogoOHbIe pazHOOOpa3HbIE U3MEHEHHSI B CTPYKTYpE F€HOMOB MpOSBIAIOTCS y B-
AUM(OIUTOB, KOJUPYIOUIMX pa3HOO0Opa3Hble MMMYHOTNOOynuHbI (aHTUTena). Ho
OOJIBIIMHCTBO T€HOB AYKAPUOT MOJBEPratoOTCs, MOJ00OHO MPOKAPUOTHUECKUM TeHaM,
aJanTUBHOM PETYJIALIMY - TO €CTh MHAYKIWH U PEIPECCUU, KOTOPHIE OCYILECTBIISIIOTCS
Ha ypoBHE TpaHckpumnmuu. BeisiBneno 6onee 100 paznuyHbIX O€IKOB, CIIOCOOHBIX
B3aMMOJICMCTBOBATh C PEryissTOpHbIMU TocaenoBarensHocTsiMu JIHK n tem cambim
BJIMATH HAa COOPKY TPAHCKPHUIIIMOHHOTO KOMIUIEKCA U CKOPOCTh TPAHCKPUIILUU. DTH
oenku comepxkar JIHKcBs3bpiBatomue AOMEHbI, OTBEYaBIIME 3a Y3HABaHUE
cnequguueckux ydactkoB B Mmoiiekyie JIHK, a takke AOMEHbBI, aKTHBUPYIOILIHE
Tpanckpunuuio. [locneanue cBsI3bIBAIOTCS C TPAHCKPUIIIMOHHBIME (paKTOpamMu, JINOo
¢ PHK-nonumepasoit. BaxxHyto posip B peryJisiiiui akTUBHOCTH T€HOB UTPAIOT YYaCTKH
JHK, pacnonaratomuecst B 1000 u 60Jiee map 0OCHOBaHHI OT MPOMOTOpa. DHXAHCEPHI
— yuactku /[IHK pasmepom 10 - 20 map ocHOBaHUWI, NPUCOECIUHEHUE K KOTOPBIM
PETYJSTOPHBIX OEIKOB YBEJIMYMBAET CKOPOCTh TpaHckpumnuuu ( oT enhance —
ycwiuBath). Caitnencepsl — (riymmrenu) - yyactku JIHK, xoTopsie, cCBA3BIBasChH C
OenkamMu, OOECHEUYMBAIOT 3aMeIJICHUE TPAHCKPUMNIMU. MexXay NpoMOTOpoM U
suxancepoM JIHK oOpasyer nernmio, B pe3ynbTaTe 4ero CBA3aHHBIE C DHXAHCEPOM
OENKM HEMOCPEJCTBEHHO B3aUMOJCHCTBYIOT C OJHMUM M3 oOOmMX (HaKTOpoB
TPAHCKPUIILMUUM Wi C Mosekysion camou PHK-mommmepassl. Peryisinus
TPAHCKPUIIUU OCYIIECTBISETCS KaK Ha YPOBHE COOpPKH TPaHCKPUIILIMOHHOIO
KOMILJIEKCA, TAK U MIOCJIE€ €ro COOPKH C MOMOILBIO PEryJIATOPHbIX O0€TKOB. CBSA3bIBAsCH
C perynsTopHbiMU nocienoBarenbHocTsIMU JIHK — sHxaHcepamu nim caisieHcepaMmu,
OenKi HEemoCPeICTBEHHO B3aMMOACHCTBYIOT b0 ¢ Mmonekynoir PHK-monmumepassi,
AM00 C OJHMM KAKUMIMOO (aKTOPOM TPAHCKPUIIUHU, JUOO C ApyruM O€eiIKoM, B
pe3yJIbTaTe 4Yero BKJIOYAKOTCA WJIM BBIKIIFOYAIOTCS TE€HbI, U3MEHSETCS CKOPOCTh
TPAHCKPUIILUU.

BonbIryto poiib B peryisiiiuu akTUBHOCTH T€HOB UTPAIOT C1S-3JIEMEHTHI. ITO 0011IHe
Uit rpynn reHoB nocnenoatenbHoct JJHK, obecnieunBaroniye KOOpAMHUPOBAHHYIO
peryJinuio Tpanckpunuuu. OHM pacnoiararoTcs IpuMepHO Ha paccTosiHuu 250 1.H.
BBIIIE MPOMOTOpa Kaxaoro reHa. OIMH M TOT € HHAYKTOp, CBS3bIBAsICh C
COOTBETCTBYIOILIUM PETYJIATOPHBIM O€IKOM, aKTHUBUPYET Cpa3y HECKOJIbKO T'€HOB,
COJIEpIKAIIIUX B PETYJIATOPHOM 00JIACTH OJIMH M TOT Ke cis-3yieMeHT. OuH u3 0eIKoB
— IPOJLYKTOB 3TUX N'EHOB MOYKET OKa3aTbCs MHAYKTOPOM JPYroi IpyIIbl I'€HOB, U
TOTA CJIEAYET CepUs OTBETHBIX pEAKUMM Ha OAuH HMHAYKTOp. lIpmmep Ttakon
pEeryjasiiuM — TE€Hbl, YyBCTBHUTEJbHbIE K CTEPOHUIHBIM TIOPMOHAM, I'€Hbl OEJIKOB
TEIJIOBOTO IIOKA U JP.



Perynsammsi cunTe3a Oenka OCYIIECTBISETCS U HA YpOBHE TpaHCISAIUU. PasHbie
MPHK uMeroT HeonnHakoBoe CpOJCTBO K pUOOCOMHBIM CyOYacTHIlaM, MO3TOMY B
OJINPUOOCOME COJEPKHUTCST MHOro uiaum Maino pudbocom. Tak omnpexaensercs
COOTHOIIICHHE OEIKOB B KjeTke. HakoHel, MOXXeT NPOUCXOIUTH IOJIABJICHHE
vHuimanuu tpanciasauuu Bcex MPHK knetku. Hampumep, 310 MOkeT mpoucxoauThb
npu JEHCTBUU TEIJIOBOTO IIOKA, CTPECCaX, HEIOCTATKE JKele3a,BUPYCHON HHPEeKIun
u 1.1. CrpeccoBblii ¢akrop uHaynupyeT dochopuiupoBanue BToporo Qakropa
WHUIIMAIUY, TEM CAMbIM UHAKTUBUPYET €T0 U, CJIEI0BATEIHHO, TPAHCIIALIUIO.

OnHuM U3 BUJOB PETYJSLUM T€HETUUECKON aKTUBHOCTH Y SYKAPUOT SIBJISACTCS
metwinpoBanue JHK. Oto omun u3 Haumbosiee M3yUEHHBIX MEXAHU3MOB, TakK
Ha3bIBAEMOM, SIUICHETUYECKON PEryJisllMM aKTUBHOCTU T€HOB. OINHUI€HETHYECKas
pEeryJilusl — 3TO HACJEACTBEHHbICE W HEHACJEACTBEHHbICE W3MEHEHHUS SKCIPECCUU
KOHKPETHOTO reHa 0e3 Kakux-JIu00 CTPYKTYPHBIX U3MEHEHHH B €ro HYKJICOTHIHOU
MOCIICIOBATEIbHOCTA. TEPMHUH «OIUTECHETHUKa» OB TpenjaoxkeHun B 1965 .
smoOpuosorom K. VYoaunrronom, oOBEIUHUBIIUM [[Ba JPYTUX <OIHTCHE3» H
«TEHETHKa» C IeJIbI0 MOKa3aTh, YTO T'€HOTUIN pean3yeTcs B (eHoTum, Oyaromaps
BIUSHUIO MHOTHX MOJAUPUIUPYIOMHX (AKTOPOB. ODMHUTCHETHKA HCCIETyeT
MU3MEHEHHS B OKCIIPECCUU OTPE/ICICHHBIX JIOKYCOB T€HOMAa, KOTOPhIE HE MOTYT OBITH
OOBSICHEHBI ~ KJIACCUUYECKUMU  MYTAlUSIMU U CTPYKTYPHBIMHU  HapyIICHUSMHU
HYKJICOTUAHBIX nocnenoBarenbHocteil. [Iponecc metunuposanus [JHK 3akmrouaercs
B J100ABJICHUU METWJIHHOW TPYMNIbl K LUTO3MHOBBIM OCHOBAHMSIM, HaXOJMSIIIMUMCS B
coctaBe nap I'-1] Ha yyacTkax ¢ BbicOKOM KOHIIeHTpanuen Takux nap (I'-LloctpoBkn)
MetuipoBaHHe€ OCTaTKOB IIMTO3WHA OKa3bIBA€T BIMSAHUE HA CTPYKTYPHBIE
xapakrepuctuku JJHK. 3to nposisisieTcs B obnerdieHnn nepexoaa METUIMPOBAHHbIX
yuactkoB JIHK wu3 B-dopmel B Z-popmy, yBenmuenuu mara crmpana JIHK u
U3MEHEHUHN KUHETUKH 00pa30BaHUsI KPECTOOOPA3HBIX CTPYKTYp. MeTuiibHas rpyIina
BBICTYIIA€T Ha MOBepXHOCTU Oombinoi 6oposnku JIHK, naxonsmieiics B B-dbopme, u
YBEIMYMUBAET €€ THAPOGOOHOCTD, YTO B PSC CIIydaeB SBISICTCS PEIIAOINUM (GaKTOPOM
OpU  B3aUMOJICCTBUU TPAHCKPUIIIMOHHBIX (AKTOPOB C COOTBETCTBYIOIIUMHU
yuactkamu JIHK. Takum obpa3zom, metunupoBansble yuyacTku JJHK oka3piBarorcs B
pEnpecCUpPOBAHHOM COCTOSIHUM U HE TPAHCKPUOUPYIOTCA (HE DKCIIPECCUPYIOTCS).

K snurenernueckuM MexaHuW3MaM PETYJSIUA aKTUBHOCTH T€HOB OTHOCHUTCS
TaK)Xe XUuMUUYecKass MoAu(pUKaIus THCTOHOBBIX OEJKOB, HAIIPUMED, allETHINPOBAHUE
u ¢ochopunupobanue. B ornuuue ot metunuposanus JIHK, kotopoe npencrapisiet
co00l JTIOCTaTOYHO CTA0MIBLHOE AMUTCHETUYECKOE BMEIIATEIBCTBO U B OOJIBIIMHCTBE
Clly4yaeB 3aKperuisiercs, Moaudukanus THUCTOHOB Oojee BapuatuBHa. M3meHeHus
TUCTOHOB BJIMSAIOT HA PETYJSIUI0 SKCIPECCHUM TE€HOB, MOMJIEPKAHUE CTPYKTYPBI
XpomaTuHa, Au(GdepeHranulo KIeTOK, KaHIEpPOreHe3, pa3BUTHE T'€HETHYECKUX
3aboneBanuii, crapenue, penapamnuio JJHK, perumkanuto, Tpancnsuuro. Hampumep,
addexToM aneTrmMpoBaHus sABIsSeTCs ociiabinenue csazu mexay JIHK u rucronamm
U3-3a U3MEHEHU 3apsia, B pe3yJIbTaTe Yero XpOMaTUH CTAHOBUTCS JTOCTYIIHBIM JIsI
(daktopoB TpaHckpunuuu. OOpaTHBIA Mporecc (IealeTUIMPOBAHUE THUCTOHOB) C
NOMOLIBIO (PEPMEHTOB J€aleTHIIA3 PENPECCUPYIOT TPAHCKPUIILKIO. ECu rucToHOBBIE
MoMU(PUKAIMA HUAYyT KIETKE Ha TMOJb3y, TO OHH MOTYT OBITh JIOBOJBHHO
MPOJOKUTEIBHBIMU. DNUTCHETUYECKUE W3MEHEHHUSI MOTYT TepelaBaThCsl 110



HACJIEACTBY (TpaHCreHEepaTUBHAs AIUIEHETUYECKash HACIEACTBEHHOCTh). OJHAKO B
OTJIMYME OT TEHETHYECKOW HWH(OOpPMAlMK, SIUTeHETHYECKHEe HW3MEHEHHS MOTYT
BOCIIPOU3BOJIUTHCS B 3-4 MOKOJICHUSIX, & IPU OTCYTCTBUH (PaKTOpa, CTUMYJIUPYIOIIETO
9TH U3MEHEHHMs, Mcye3aroT. M3 Bcex SMUI€HETHYECKHMX MEXaHW3MOB HauOOJIbIlIee
pUKIagHOE 3HaueHne nMmeeT MetmupoBanue JIHK, Tak kak oHO Hanpsamyto CBA3aHO
C paIlMOHOM THUTAHUS, SMOIMOHAIBHBIM CTaTyCOM, MO3TOBOM JESITEIBHOCTHIO U
npyrumu  (daxktopamu. [lokazaHo, 4TO SyKapUOTHYECKHE KIETKHM O0JafaroT, Tak
HA3bIBAEMOM, DJMUTCHETUYECKOM TMaMAThIO, T.€. CIOCOOHBI COXpaHATH HaOOP
AMUTEHETUYECKUX MOJU(UKAIMi npu AeieHuu (MUTO3¢e U Meiio3e). Takum oOpazom,
B XOJI¢ JICJICHUH JOYEPHUE KJIETKHM HACJIEAYIOT HE TOJBKO MPSMYI0 N€HETHYECKYIO
uH(popMaIMio B BUJE HOBOW KOMHUU BCEX I'€HOB, HO U MATTEPH MX AKTUBHOCTH.
[IpumepoM peryysiiui akTUBHOCTH TE€HOB, NPHUBOISIICH K SIUTCHETHYECKOMY
HACJICIOBAaHUIO TIPU3HAKOB, SBJSAETCSA T'€HOMHBIM HMMIPUHTHUHT — MEXaHU3M
pPEryJsiUM  AKCIPECCUM TOMOJOTHMYHBIX TE€HOB Ppa3BUBAIOIIECTOCS OpraHu3Ma B
3aBUCUMOCTH OT UX POJUTEIIHLCKOTO MTPOUCXOKICHHUS.

OCHOBHBIMH  SMUTCHETUYECKUMHU MOAU(PUKAIUIMU, HEOOXOJUMBIMU  JJIst
YCTAaHOBJICHHSI TE€HOMHOIO HWMIPUHTHHIA, SBISIIOTCA MeTunupoBanue J[HK wu
aleTUIMPOBAHUE THCTOHOB. B yuacTkax reHoma, MOABEPKEHHBIX UMIIPUHTUHTY (OT
aHIJI. iImprint — OTHEYaToOK, 3aleyaTieHue), IKCIPECCUPYETCs TOIbKO OJUH aJljieib
(OTLIOBCKUM MJIM MaTepUHCKU). HBIMU clTOBaMH, SKCIPECCUsi UMITPUHTUPOBAHHOTO
reHa B OPTaHU3MENOTOMKE OIMPENENSeTCs €ro POAUTEIbCKUM MPOUCXOXKICHUEM, TO
€CTh 3aBUCHUT OT TOT'0, NIEPEIACTCS JIM OH TEHOMOM CIIEpMAaTO30U1a WU STULICKIICTKHU.
K macrosimeMmy BpemMeHH B reHOME uejloBeKa UICHTH(HUIIMPOBAaHBI O0K0JIO 80 T'eHOB,
paboTa KOTOPBIX OCYIIECTBIISAETCS MO MPUHIIMIY TeHOMHOTO UMIIPUHTHUHTA, OJHAKO,
MPEIOIAraeTcs, 4YTo YMCIO UMIPUHTUPOBAHHBIX T€HOB MOkeT nocturars 300—500,
To ecTtb ©Oonee 1% oT o0Omero 4wucia TEHOB 4YeJIOBEKa. bBOJBIIMHCTBO
UMIIPUHTHPOBAHHBIX T€HOB 00ECIIEUYNBACT POCT M Pa3BUTHE IMOPHOHA U TUIAIICHTHI, a
TaK)Ke KJIIETOUHYIO IIpoJindepaliuio B HIoCTHATATLHOM OHTOreHe3e. ClielyeT OTMETHTD,
YTO IKCIPECCUSI HEKOTOPHIX UMIIPUHTUPOBAHHBIX T€HOB MOKET ObITh MOHOAJLJIEBHOMN
Ha OJHOM CTaJNM OHTOT€HEe3a U OMalIeNbHOM — Ha Apyrou. DKcrpeccust (MOHO- WIH
OunaenbHast) TAKMX TEHOB MOXKET Pa3IM4aThCsl B 3aBUCUMOCTH OT THTIA KJIECTOK /WA
NeproJa OHTOreHe3a, TO €CTh OHAa MMEET TKaHe- W/WIM CTaJuiHO-crelupuyecKui
xapakrtep. [Ipenmnonaraercsi, 4T0 UMIPUHTUHT U3MEHSET CTPYKTYpy I'€Ha Tak, 4TO
perynaropHbie (pakTopbl, ACHCTBHE KOTOPBIX MPOSBISETCS B KIETKE MO3HEE,
PacIio3HaIOT UMIIPUHTHUPOBAHHBIC MATEPUHCKHUE U OTIIOBCKHE aJIJICNIM U U30UPATEIIbHO
UX UHAKTUBUPYIOT. OTCYTCTBHE NPOSIBICHUSA TaKuX (DAKTOPOB, KaK W HaAPYIICHHE
MOAU(DUKAIIUA T€HOB, MOXKET MPUBOJIUTH K MOTEPE UX HOPMAJIBHOU MOHOAJUICIIBHOM
skcnpeccuu. HecMmoTpst Ha TO, 4YTO HWMIPUHTUPOBAHHBIE TE€HBI COCTABJISIOT
HEOOJIBIIIYIO YacTh T'€HOMAa YEJIOBEKa, HapYIICHHS WX (PYHKIMOHHPOBAHHUS B CHITY
FEMHU3UTOTHOTO COCTOSIHUA (B pe3yJibTaTe MHUKPOJENCIUi), OIHOPOAUTEIBCKOTO
HACJIeIOBAHHUS (pu OJTHOPOJIUTEITBCKUX JTIUCOMMSIX ) WIH aHOMaJINi
AMUTEHETUYECKOTO MapKupoBaHus (HapyueHusx metunupoBanus JJHK) npuBoasT
MaToJOTUM y 4YelioBeKa. B HacTosiiee Bpemsi ONUCAHO 3HAYUTENIBHOE YHUCIIO
MaTOJOTUYECKUX  COCTOSIHMM,  HACIENCTBEHHBIX  0O0Jie3HE W CHUHIPOMOB,
O0OyCIIOBJICHHBIX HApyIICHHUEM padOThl HMMIPUHTUPOBAHHBIX TE€HOB, KOTOPBIC



BBIICTIAIOT B OTIENIBbHBIA KiIacC — OOJIE3HW TE€HOMHOT'O WMIIPUHTHHTA (Harpumep,
cunapomsl [Ipanepa—Bwiiu, Anrensmana, bekButra—Bunemana u ap.). OgHum u3
BapUAHTOB JIUICHETUYECKOM MOAU(UKAIMU  SABISIETCS  JEHCTBHE KOPOTKHUX
Hexkogupyromux PHK (akPHK). Cerogns msyuenue perynstopueix PHK sBisercs
OJIHOHM M3 HauboJiee aKTUBHO Pa3BUBAIOIIMXCA 00J1acTel MOJIEKYJISIpHOM Onosoruu. B
reHOME Y€JI0BEKa 3aKOAMPOBAHO HECKONIbKO Thicsy HKPHK, oOpasyromux oOmupHyo
PErYJISTOPHYIO CETh, KOTOPAsl 3a/IECTBOBaHA B CaMbIX Pa3HbIX CUTHAJIBHBIX MYTIX U
KJIETOUHbIX mpoleccax. OOHapyxeHo, uTo MHorue koporkue HKPHK BeimomHstor
cBou (pyHKIIMM Ha OCHOBE siBJieHUs, Ha3BaHHOro PHKunTepdepennueit. Cytb 31OT0
(dbeHomMeHa 3aKIr0YaeTCsl B MOJABICHUU SKCIPECCUU I'eHa Ha CTAJIUU TPAHCKPHUIILIUU
WIM TPAHCIALMU NPH aKTUBHOM ydacTuu Mmaibix mosiekyn PHK, Tak Ha3piBaeMbIX,
MukpoPHK

Peryiasinys reHHOM aKTHBHOCTH Y NPOKAPHUOT.

BrniepBbie n3ydeHue peryisiii FeHHOW aKTUBHOCTU ObLIO MPOBEEHO HAa OAKTEPHSIX
dbpaniy3ckumu mukpoouosioramu @.)Kakodom u XK.Mono (1961), pesynbrarom yero
ObLIO co3/aHKe Mojienu onepoHa. ONEepoH - 3TO MOCIEeI0BATENbHOCTh CTPYKTYPHBIX
TEHOB, ONPEIEISIIOIINX CHUHTE3 TpYIIbl OEIKOB, Yy4YacTBYIOUIMX B OJIHOM
METa0O0JMYECKON LEeNU, UMEIOIUX OO TpOMOTOp M omeparop. TpaHCKpunuus
MPHK co Bcex CTpyKTypHBIX T'€HOB ONEpPOHA, B BHUJE OJHOTO TPAHCKPHINTA, HA
KOTOPOM B JAJIbHEHMIIEM CHUHTE3UPYIOTCS OTHACNIbHBIE MENTU/bI, SBIAETCS
ocob0eHHOCThI0 OakTepuil. B onbitax XKako6a 1 MoHo Obla HCTIONIb30BaHA KUIIIEUHAS
nanouka (E.coli). Ona OpIcTpO pacTeT Ha KyJIbTypallbHOW Cpejie, COAepIKalieil B
KauyecTBE HCTOYHMKA yriepoia ritoko3y. Ilocne mepeHoca KIETOK Ha cpeny,
coZiepKallyl0 BMECTO TJIFOKO3bI JIAKTO3y, POCT CHayaua 3aMeIsieTcs, a 3aTeM
BO30OHOBIISIETCSI C BBICOKOM CKOpOCThIO. IIpyM »TOM OakTepuu CUHTE3UPYIOT TPH
HEOOXOJMMBIX JUIsl yCBOGHHS JIAKTO3bl Oenka: (QepMeHThl [-rajlakTo3uaasy,
TUAPOJIM3YIOUIYIO JIaKTO3y JO TJIFOKO3bl H. TaJaKTO3bl, M JAaKTO30IEpMeasy,
CIOCOOCTBYIOLIYIO OBICTPOMY MOTJIOIIEHUIO KJIETKOM JIaKTO3bl U3 CPEIbl, a TAKKe
0enok A (Tuoranakto3uaasy). Bce oM 3aKk0aMpOBaHbI B OJJHOM JIAKTO3HOM OINEPOHE.
bbuio moka3zaHo, 4TO HpH OTCYTCTBUM B Cpele caxapa JaKTO3bl I'e€H-PEeryJsarop
CUHTE3UPYET aKTUBHBIN OEJIOK-pernpeccop, KOTOPBIN CBS3BIBACTCS C OMEPATOPOM,
npersaTcTBys coeanHennro PHK-mommmepassl ¢ mpoMoTOopoM, W HOpEnsTCTBYET
npoueccy TpaHckpunuud. CuHTe3 (PepMEHTOB HE UAET M3-3a OTCYTCTBUS, MATPHULIBI.
[Ipu poGaBrneHuun B cpeay JaKTo3bl (MHAYKTOpAa) OHA COEAUHSETCS C JAPYTUM
cnenuUYecKUM Y4YacTKOM pemnpeccopa (IIEHTpOM CBSI3bIBaHUS HMHIYKTOPA),
WHAKTHUBUPYET €ro, 4YTO IMPUBOAUT K CHI)KEHHIO CpOJACTBA pempeccopa K
oneparopHoMy y4yactky JJHK u ocBoboxaeHuto nocnennero. Kak TojbKo HHIYKTOp-
penpeccopubiii  kommuiekc  nokumaet JHK, PHK-nonmumepaza  HaumHaer
TPAHCKPUIILMIO, YTO MPUBOAMT K CHHTE3y [-TajlaKTO3MAa3bl U JPYruX OENKOB,
YYacCTBYIOIIMX B YCBOGHMHM JAKTO3bl. Tak NPOUCXOAUT WHAYKUWS CHUHTE3a
(dbepMEeHTOB, OTIEPOH HA3BIBAIOT UHAYIIHOETHHBIM (pucC. 1)




Hanpapaeuue

z [E——
" YuacTem TPAHCKPHMLUM
PeryaaTophsifl ren gourpoas CTpYKTYPHDIO MeHbl
. —
r e r N —
£ Fed o - ¥ a

AHK

PHK-
moAMmMepasa
o

MPHK aas | -,
penpeccopa : ' | i, Noanrcunas
FAY LY 5. ]\/\/\/i\/—\/\f\f\f\.( MPHK
1 L

PuGocomia PuGocomisl l
e 4
Leaok- o=
penpoeccop q Konupyemue
(;u('r“]u;l.lh:l DOAKK

" B-TMaaaxrosmiasa [lepmeasa Beaok A
HMiuaykTop

I

HquyKTnp-'pnn]N'.t'.(‘:u]:lll-l.ﬁ
KOMOAGKS (e THnHbIR)

Puc. 1. Cxemarnueckoe m3o0paxkenue lac-onepona. Tpu cTpykTypHBIX lac-reHa z, y
U a pacroyioxeHsl psaaom. [lepen HUMU HAXOATCS 1BA PETYISATOPHBIX y4acTKa — P
(mpomotop) u o (omeparop).

YMeHbIIIeHne CONepKaHus JIAKTO3bI MPUBOJUT K BOCCTAHOBJICHHUIO CIOCOOHOCTH
penpeccopa COSAMHATHCS C OMEPaTOPOM, MPEKPAIICHUIO TPAHCKPUIIINK TEHOB U
cuHTe3a (QepMeHToB. HekoTopble OMEpOHBI, OTBEYAIOUIME 3a HCIOJIb30BAHHE
YIJIEBOJIOB (KaTa0oJIM3M), COJEpkKaT KpOME oleparopa €Ile OJUH PeryJsiTOpHBIN
YYaCTOK, COCTaBIIAIONIMA YacTh MPOMOTOpPA M TPEIHA3HAYCHHBIA JJIS CBS3BIBAHMUSI
ocoboro peryisTopHoro 6enka. Hampumep, B TaKTO3HOM OIEPOHE UMEETCS YUaCTOK,
NPETATCTBYIONINA HCIIOJIB30BAHUIO JIAKTO3HI B TOM CiIydae, ecii B 32 MUTaTeIbHOU
cpelie MPHUCYTCTBYET IToKo3a. [lomaBneHue ToKo30i cHHTE3a OEIKOB JaKTO3HOTO
OTIEpPOHA - 3TO OJMH U3 MPUMEPOB KaTaOOTUTHON PETIPECCHH.

3AJAHUSA U1 TIPOBEPKHA

1. Ykaxkute nMpaBUIbLHBIC BApUAHTHI OTBETA.
1.1. CBOMCTBO T€HETHUECKOTO KO/Ia CYUTHIBATH TPUILIET 32 TPUILIETOM
A) HEnepeKphIBAEMOCTh

b) TpumnnerHocts

B) BeIpOXKIEHHOCTH

I') yHuBepcanbHOCTh

J1) cienn(puIHOCTh

1.2. Uadopmanmonnsiit yuactok JJHK

A) MHTpOH

b) sx30H

B) cneiicep



I') ructon

J1) mpoMoTop

1.3. Yuactku JIHK, paznendromue ressl, —
A) UHTPOHBI

b) cnelicepsl

B) ax30HbBI

I') TpanCcKpUNITOHBI

J1) TpaHCTIO30HBI

1.4. TpaHCKpUMITUIO OCYIIECTBIACT PEPMEHT
A) JHK-nonumepasa

b) nuraza

B) PHK-nonumepasa

I') pectpukrasza

J1) npaitmaza

1.5. CroiictBa reneruueckoro KOJIA

A) yHHBEPCAIBHOCTh

B) BeIpOXKAEHHOCTH

B) TpuruieTHoCcTh

I') nepexpriBaeMOCTh

J1) KOMIJIEMEHTApHOCTh

1.6. B TpaHCKpUIIIMU Y 3yKapUOT YyYaCTBYIOT (P€PMEHTHI
A) JHK-nonumepasa

b) snepusie PHK-nonumepassl

B) PHK-nonumepassl MUTOXOHIpUH

I') PHK-nnomumepaser S11C

1) PHK-nnonnmepasbl mactug

1.7. ITpu nponeccunre MPHK sykapuor

A) yaajsitoTcst ”HTPOHBI

b) ynanstorcst 3k30HbI

B) nmpoucxoauT criialicuHT 3K30HOB

I') Ha konuax mM-PHK o6pasyrorcs KOII u nonu-A
J1) IpoUCXOaUT CIIJIaCUHT UHTPOHOB

1.8. buocunTes 6enka NpOUCXOIUT B

A) nu3zocomax

b) pubocomax

B) monucomax

I') mepokcucomax

J1) nenTpocomax

1.9. I'eHOM 3yKapHOT XapaKTepU3yeTCs

A) MyJIbTUTE€HHBIMU CEMENCTBAMU

b) oneponHoil opranuzanuen reHoB

B) MyIbTUT€HHBIMU KOMILJIEKCAMHU

I') u36pITOUHOCTHIO

J1) 5K30HHO-UHTPOHHOW OpraHU3alMel TeHOB
1.10. YcraHoBuTe nmpaBuiIbHYIO OCIEI0BATENBHOCTD 3TAllOB OMOCHHTE3a OeKa



A) nIponeccuHr

b) nocrrpancnsanms

B) tpanckpunuus

I') Tpancnsanus

2. Pemmre cuTyallOHHBIE 3a/1a49H.

2.1. llens momnekynbl unpopmarmonnoit PHK coctout u3 cienyroomux HyKJICOTHIOB:
AAT-ALY-THY-ITA-VIT-I'VI'-UUA-LIII. Onopegenure KOJUYECTBO KOJIOHOB U
AHTUKOJOHOB, HECYIIMX UHPOpMaLIKMIO 00 aMUHOKKCIIOTaX. OnpenenuTe U3MEHEHUS B
Y4aCTKE MOJIEKYJIbI IMOJUIIENITH/IA, ECIU MO AEHCTBUEM BUpyca 1-i Hykineotun nPHK
MOMEHSJICS C MOCIETHUM.

2.2. XuMU4YeCcKHui aHaJIu3 MoKa3ajl, yTo (pparMeHT Koaupyromiei nenu Mmojekyisl JJHK
(rena) 6akrepuodara umeet Takyto cTpykTypy: TTTTTTAITATIIA. Ykaxute cocras
npotuBonosioxkHou nenu JJHK, cocras n-PHK.

2.3. B koapupyromieir 1nenu reHa couaepxkurcs 600 HykieoTtusoB. CKOJIBKO
AMUHOKHUCIIOT COJICPKUTCS B MOJIEKYJie Oelka, nH(OopMaIus 0 KOTOPOil 3aK0AMpOBaHa
B 9TOM I'€HE, €CJIM B KOHIIE T'€Ha UMEIOTCS 1B CTOI - TpUILIETa?
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