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Meroauueckue pa3pabOTKU MpeAHa3HAYEHBbl [IJII CaMOCTOSITENIbHOM pPabOoThI
oOyyJaronuxcst Ha MPaKTUYECKUX 3aHATHUSX, a TAKXKE JIJIs1 BHEAYAUTOPHOU pabOoThI s
IIOAIOTOBKH K 3aHATHUSAM M DK3aMEHY 110 AuCHUIUIMHE «bruonorusy.

MeTonuueckue pa3pabOTKU COCTABIICHBI B COOTBETCTBUE C pabodeil mporpamMmoit
TUCITUIUINHBI, a TaKXe COrIacHo TpeboBaHusaM DenepaibHOTO TOCYJapCTBEHHOTO
00pa3oBaTeIbHOTO CTaHAAPTA.



TEMA: Opranu3ainus HacJeICTBEHHOI0 MaTepHaja y NMpo M 3YKapHUoT.

AKTyaJlbHOCTh TeMbl. MolleKyJisipHasi T€HETUMKa, Kak OJIMH W3 pa3JesoB
MOJIEKYJIIDHOM ~ OMOJIOTMH, SIBISIETCS OJHOM W3 Haubojee CTPEMUTENBHO
pa3BHBaOIIMXCI oOmacTed Hayku. Ee MeToabpl W JOCTHMIKEHHS TO3BOJIMIIN
OCYLIECTBUThH HACTOSALIUHI TPOPHIB B UCCIIEIOBAHUAX APYruX o0aacTeit ononsoruu. Tak,
B 00JacTM HMMYHOJIOTMHM YyAAJIOCh HWIECHTU(DUIMPOBATH AHTUT€HPACIO3HAIOIINE
pelenTopbl ~ MMMYHOKOMIIETEHTHBIX ~ KJIETOK M BBISICHUTh  MEXaHHU3MBI
UMMYHOJIOTHYECKOIO0  pacrlo3HaBaHusd, B 00JacTM OHKOJOTMM — H3y4YUTh
MOJIEKYJIIPHO-T€HETUYECKHE aCTIEKThl ATOTeHEe3a 3JI0KAYECTBEHHBIX OMYXO0JIeH U T.1.
MO>XHO ¢ YBEpEHHOCTBIO CKa3aTh, YTO B HACTOSIIEE BpeMs HET HU OJHOM 00JacTH
HAyKW, B KOTOPOW HE HCIOJIb30BAIUCH Obl METOABI W JOCTHIKEHUSI MOJEKYISIPHOU
OMOJOTMM M TEeHeTHMKH. MeTolbl MOJEKYJIpHOW OHOJOTUM HHIYLUPOBAIU
BO3HMKHOBEHUE HOBEMILIMX METOJOB JIeYeHHs] 3a00JIeBaHUI 4YEIOBEKa, a UMEHHO
METO/la TEHHOM TepalnuM, HAlpaBIECHHOIO HA HCIPABICHUE TI'€HETHYECKUX
MEXaHW3MOB 3aboneBanus. B HacTosmee Bpems B Mupe 22 3a0o0jieBaHUs JiedaTcs
TaKHUM METOJIOM.

Heab 3aHATHA: U3YyUYNUTh OCOOEHHOCTH CTPOEHUS HYKJIEMHOBBIX KUCJIOT, UX CBOWCTBA
U (QYHKUMHU; TIO3HAKOMUTHCS C OCHOBHBIMU COBPEMEHHBIMH METOJAMH U
NEPCIEKTUBAMH PA3BUTHUS MOJIEKYJIIPHON IT€HETUKH.

dopmupyemble KoMIeTeHUMH. B mponecce wu3yueHus Tembl y OOyHarOHIMXCS
dbopMupylOTCS  CIEAYIOIIME  YHUBEpcajbHble,  00lIenpodeccuoHaIbHbIE U
npodeccruoHanbHble KOMIETEHIUU:

- YK-8: CmocobeH co3maBaTh M MOAJAEPKUBATH B IOBCEIHEBHOW KU3HU U
npodeccuoHanbHON NEITeIbHOCTH O€30MacHble YCJIOBUS KU3HEACSITEIBHOCTU IS
COXPAaHEHHUs MPUPOTHOMN Cpelibl, 00ECIeUeHUsl YCTOMUYUBOIO pa3BUTHs OOILECTBA, B
TOM YHCJI€ IPU YIrpo3€ M BO3HUKHOBEHUM YPE3BBIYAWHBIX CUTYallMd U BOEHHBIX
KOH(ITUKTOB

- OIIK-2: CnocoOeH NnpoBOAUTh M OCYHIECTBIATh KOHTPOJIb 3()(PEKTUBHOCTU
MEPOIPUATUI IO TPOPHIIAKTHKE NH(PEKIMOHHBIX U HENH(PEKIMOHHBIX 3200J1€BaHUN Y
HacelneHus: (neTeil), (QOpPMHPOBAHHIO 3I0pPOBOTO oO0pa3a KU3HU U CAHUTAPHO-
TUTHEHUYECKOMY MPOCBEILIEHUIO HACEIICHUS

- OIIK-2: CpnocobeH BbISABIATH M OLEHUBaTh  MOPGOGYHKUIHOHAIbHBIE,
(U3HOJIOrNYECKUE COCTOSTHUSL U MATOJIOTMYECKUE MPOLIECCH B OpraHu3Me YelloBeKa,
MOJIETUPOBATh MATOJOTMYECKUE COCTOSHUS In VIVO M 1n Vitro mpH TpOBEICHUU
OMOMETUITMHCKUX UCCIIEA0BAHUIM

- OIIK-4: CnocobeH mNpOBOIUTh M OCYIIECTBIATh KOHTPOJb 3(P(HEKTUBHOCTH
MEpPOIPUATUNA 1O TpoduiakTrke, (OPMUPOBAHUIO 3T0POBOTO O0Opa3a >KU3HU U
CaHUTAPHO-TUTHEHUYECKOMY MPOCBELIEHUIO HACEIEHUS

- OIIK-5: Cmnocoben ormenuBath MOpGODYHKIIMOHANBHBIC, (PU3UOIOTHIECKUE
COCTOSIHAS M THaTOJIOTMYECKUE IPOLIECCHl B OPraHU3ME YEJIOBEKA JUIsl PELICHHUS
npodecCHoHABHBIX 3a1a4

- OIIK-8: CriocobeH ucnosib30BaTh OCHOBHBIE (DU3UKO-XUMUYECKUE, MATEMaTUUECKHE
M €CTECTBEHHO-HAYYHBIC IOHATHS M METO/IbI ITPH PEIICHUH NMPO(EeCCUOHANBHBIX 3a71a4
- TIK-13: CrnocobeH mNpOBOAUT, U OCYIIECTBIISITH KOHTPOJb 3(P(HEKTUBHOCTH



MEPOTPUATUN IO TPODHUITAKTUKE UHPEKITMOHHBIX U HEMH(DEKITMOHHBIX 3a00JIEBAHUN Y
HaceneHus (neTeil), (GOpMHpPOBAHUIO 3J0pPOBOro o0paza KU3HU M CaHUTAPHO-
TUTMEHUYECKOMY MPOCBEILICHUIO HACEJICHUS

- TIK-19: Omnenka wmophodyHKIHMOHATBHBIX, (PU3NOJIOTHIECKUX COCTOSHUM,
(Gu3HUeCKNX, MATOJOTHYECKUX IMPOIIECCOB U TEHETHUECKNX (DAaKTOPOB B OpraHU3ME
YeJIOBEeKa, yIpaBiICHUE >KUBBIM OPraHU3MOM KaK CIIOKHOW CHUCTEMOM IJis peIIeHUs
npodeCcCHOHANbHBIX 3a]1a4

- IIK-20: Cnoco0GeH MpOBOJUTh M OCYIIECTBIATH KOHTPOJb 3(H(PEKTHBHOCTU
MEPONPUATUI 10 TPOPUITAKTHKE UHOEKIIMOHHBIX U HEMH(PEKIIMOHHBIX 3a00JI€BaHUM Y
HaceneHus (neteil), (GOpMHpPOBAHUIO 3J0pPOBOro o0Opaza KU3HU M CaHUTAPHO-
TUTMEHNYECKOMY MPOCBELLICHUIO HACEIICHUS

CTyIeHT JOJDKEH 3HATh:!

- UCTOpUYEeCKHe OJTanbl (OPMHUPOBAHUS TMPEACTABICHUA 00 OpraHu3anuu
TEHETUYECKOr0 MaTepuaia

- COBPEMEHHBIE METObI UCCIICIOBAHUS MOJIEKYISIPHON T€HETUKU

- CTPOEHUE U XMMHUYECKUN COCTAaB HYKJIEMHOBBIX KACIOT

- Bubl v pynkuun PHK

- IpUHIMN U 3Tansbl penyrumkanna JJTHK

- BUJbI M1 MexaHu3Msl perapanuu JJHK

- MEXAHU3MBbI COXPAHEHUS HYKJIECOTUIHOU nocienoBarenbHoctu JJHK

CTyIeHT JOJKEH YMeTh:

- paboTaTh CO CHELHAIBHON JTUTEPATYpOr MO OHOJIOTUU

- pemaTh 3a7a4M 10 MOJICKYJIIPHON T€HETUKE

CTyZIeHT NOJIKEH BJIAAeTh:

- HaBBIKAMH HAYYHO-HUCCIIE0BATEIILCKON paOOThI

- BJAJAECTh TEXHUKOW W3rOTOBJICHMS CIAWI0OB IO KOHIIENTYaJbHbIM BONpPOCAM
MOJIEKYJIIPHOU T€HETUKH

WH®OPMAIIMOHHBIN BJIOK

MonexynspHasi TeHETHKA, pa3/ie] FTeHETUKU 1 MOJIEKYJIIPHON OMOJIOTHH, CTaBSIINUN
LEJbI0 TO3HAHUE MATEPHUAJIbHBIX OCHOB HACJIEICTBEHHOCTU U U3BMEHUYHUBOCTHU KUBBIX
CYIIECTB MYTEM MCCIEIOBAaHUS MPOTEKAIOIIUX HA CYyOKJIETOYHOM, MOJIEKYJISIPHOM
YPOBHE MPOLIECCOB NEPEAAUH, PEATTU3ALNH U U3MEHEHUS TeHETUYECKOM MH(POpMALIHH,
a Takxke crnocoba e€ xpaHeHus. MorekynsipHas TeHETHUKAa BbIICIWIACH B
camocToaTenbHoe HanpaiieHue B 40-x rr. 20 B. B CBS3U C BHEJIPEHUEM B OHOJIOTHIO
HOBBIX (PU3UYECKUX U XHUMHYECKUX METOJIOB (PEHTTeHOCTPYKTYPHBIM aHau3,
xpomarorpadus,  37eKTpodope3,  BBICOKOCKOPOCTHOE  IEHTPpU(PYTHPOBAHUE,
AJIEKTPOHHAsI MUKPOCKOIIHSI, UCIIOJIb30BAHUE PAaJINOAKTUBHBIX HU30TOIOB U T. JI.), YTO
MO3BOJIMJIO TOpa3zo IIy0)ke U TOYHEEe, YEM paHblle, U3y4yaTb CTPOCHHE U (PyHKUIHUU
OTJIEJIbHBIX KOMIIOHEHTOB KJIETKH U BCIO KJIETKY KaK €IMHYIO CUCTEMY.

OnHO 13 rIaBHBIX JOCTHKEHUM MOJIEKYJISIPHOM T€HETUKHU — BBIICHEHHE XUMUYECKON
npupoasl reHa. Kiaccuueckas IeHETMKAa YCTAaHOBWJIA, YTO BCE HACJIEACTBEHHBIE
NOTEHIMH  OpPraHu3MOB  (MX reHernueckas  HHGOpPMALUsA)  ONPEACISIOTCS
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JUCKPETHBIMU €IMHULIAMU HACJIEICTBEHHOCTH - T€HAMH, JIOKAJIM30BaHHBIMU TJIABHBIM
o0pa3zoM B XpoMoOcOMax KJIETOYHOTO Sapa, a TaKkKe B HEKOTOPHIX OpraHeliax
UTOIIa3Mbl  (IUIACTHAAX, MUTOXOHAPUSIX U JIp.). OJHAKO METOAbl KJIACCUUYECKOI
TE€HETUKHU HE MO3BOJISIIA BCKPBITh XUMUYECKYIO MMPUPOAY T€HOB, YTO OBLIO OTMEUYEHO
emé B 1928 Brigaronmmcs coBerckuM Oumosiorom H. K. KobiioBeiM, 000CHOBaBIINM
HEO0OXOIMMOCTb U3YyUCHHSI MEXaHNW3Ma HACJIEACTBEHHOCTH Ha MOJIEKYJIIPHOM YPOBHE.
IlepBbiii ycmex B OSTOM HamNpaBJ€HUU ObUT JOCTUTHYT TMPU HU3YYCHUU
reHeTudeckoil Tpancopmanuu y Oakrepuil. B 1944 amepukanckuii yuéubiii O.T.
DiiBepu C COTPYJIHMKAMHU OOHApY>KWJI, UYTO HACJICJACTBEHHbIC NPU3HAKKA OJIHOTO
[ITaMMa MHEBMOKOKKOB MOTYT OBITh MEPEAaHbl IPYroMy, T€HETUYECKH OTIMYHOMY
ITaMMYy ITyTEM BBEJECHUS B €r0 KJIETKHU JAe30KcupnOoHykienHoBoi kuciotsl (JJHK),
BBIJICICHHOM U3 TMepBOro Imramma. BrocnenctBuu mojgo0Has TreHeTHYecKas
tpanchopmanms ¢ nomompbio JIHK Obuta ocymiecTBieHa y apyrux OakTepuid, a B
MOCJIEIHEE BPEMS - U Yy HEKOTOPBIX MHOTOKIIETOYHBIX OPraHU3MOB (LIBETKOBBIE
pacreHusi, Hacekombie). T. 0., ObIIO MMOKa3aHo, 4TO reHbl cocTosT u3 JJHK. DToT BRIBOI
Obl1 monareepxAeH onbiTamMu ¢ JIHK-copepkamumu Bupycamu: AJis pa3MHOKEHHUS
BHpYyCa JOCTAaTOYHO BBEJEHUs MOJIeKys BupycHou JIHK B kieTKy BOCIpPMUMYHMBOIO
X035IMHA; BCE JP. KOMIIOHEHTHI BUpyca (OCNKH, JTUMUABI) JIMIIEHB HHPEKITMOHHBIX
CBOWMCTB U T€HETUYECKU UHEPTHHI.

Brisicuenue renernueckoit ponu JJHK u PHK nociyxuno MOIIHBIM CTUMYJIOM 15
W3YUYCHUS HYKJIEMHOBBIX  KHUCIOT OMOXUMHYECKUMH,  (PUBHKO-XUMUYECKUMU U
PEHTTEHOCTPYKTYpHbIMH MeToAaMu. B 1953 amepuxanckuil yuénsiii [[>k. YOTCOH H
aHrnuickuil yu€nsii @. Kpuk npeasioxunu moaens ctpykrypbl JJHK, npennonoxus,
YTO €€ TUTaHTCKUE MOJIEKYJIbI MIPEACTABISIIOT COOOM JBOMHYIO CIHPalb, COCTOSIIYIO
U3 mapbl HUTEH, 00pa30BaHHBIX HYKJICOTHIAMH, PACIIOJIOKEHHBIMH alepruOANUECKH,
HO B OIPEJICIIEHHOMN MTOCIE0BATEIBHOCTH.

VYcTaHOBIEHHE TOHKOTO CTPOEHHUS TE€HOB IO3BOJWIO 3HAYUTENHHO YriayOWUTh
NPEJICTaBIICHHEe O MEXaHM3ME TE€HETHYECKONW PEKOMOMHAIMKM M 3aKOHOMEPHOCTSIX
BO3HUKHOBEHHUS TE€HHBIX MYyTalldid, OHO CHOCOOCTBOBANO TAaKXE€ BBISICHEHUIO
MexaHu3Ma (yHKIIMOHUPOBAHUS T'eHOB. J[aHHBIE O XMMUYECKOU MPUPOJE U TOHKOM
CTPOCHUU T'€HOB MO3BOJIMIIN pa3padoTaTh METObI UX BblJIeTeHUs. BriepBbie 3TO ObLIO
BBINIOJHEHO B 1969 amepukanckum yud€HbIM [[K. BI3KBUTOM C COTpyJHUKAMH IS
OJHOTO M3 TE€HOB KHIIEYHOM MAJOYKU. 3aT€M TO XK€ YJalOCh OCYIIECTBUThH Y
HEKOTOPBIX BBICIIUX OPraHu3MOB (3eMHOBOAHBIX). Eii€ Oosee 3HaunMTENbHBINA yCIex
MOJIEKYJIIPDHOM TE€HETUKH - TIEPBBIM XMMUYECKHM CHHTE3 TreHa (KOAUPYIOIIEro
anaHuHOBY10 TpaHncnopTHyto PHK npoxxeit), ocymecrieHnsiii X. Kopana B 1968.

C pasBuTHEM MOJIEKYJSIPHOW TI'E€HETUKU OoJiee TIIyOOKHUM CTalo MOHUMaHUE
MyTallMOHHOIO TMponecca. M3yueHue penapauuu OTKPBUIO HOBbIE NOAXOAbBI K
UCCJIEOBAHUIO MEXaHW3Ma PEKOMOMHAIIMY CUEIUICHHBIX T€HOB, MPEACTaBISAIONICH
OJIHy W3 TPUYMH KOMOWHATHUBHON HM3MEHYMBOCTH, KOTOpas HApALYy C MyTallUsMU
UTPAET BAXKHYIO POJIb B 3BOJIIOLUU.

MonekynspHas reHeTUKa CBOUMU OTKPBITUSIMH OKa3aJia IJIOAOTBOPHOE BIUSHUE HA
Bce Ouosnoruueckue Hayku. [lepCneKTUBHOCTh MNPAKTUYECKOrO0 MPUMEHEHUS
JOCTHKEHUN MOJICKYJISIPHOM T€HETHKH MOATBEPKIAETCS yCIEXaMH, JOCTUTHYTHIMU
Ha MOJICJIbHBIX 00BhekTax. Tak, y HauOosiee U3yYeHHBIX B TEHETUYECKOM OTHOIIICHUU
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BUJIOB OakTepuil yaéTcs motydyarb MyTalMM JI0O0Tr0 T€Ha, JUIIATh KIETKY Kakoro-
a100 reHa WM MPUBHOCUTH B HEE )KeJlaeMblil I'€H W3BHE, PEryJIUpoBaTh (PyHKUIHUU
MHOTMX TE€HOB. Y€ Cel4ac JaHHbIE MOJEKYJSPHOM T€HETHKM HCIOJIB3YIOT INPH
CO3aHMM MEIWKAMEHTOB, TMPUMEHSIEMBIX JUIi TOPOMUIAKTUKA ¢ JICUCHUs
HOBOOOpa30BaHUil, JIEWKO30B, BHPYCHBIX HHQEKUUN, JTy4YEBBIX MOPAXKEHUH, MpU
U3bICKAaHWH HOBBIX MyTareHOB U T. .

CoBpeMeHHBIE METOABI MOJIEKYJIIPHON T€HETUKU MO3BOJISIOT:

* uAeHTU(ULIHUPOBATh MyTalMu B reHe. llpumepoM BbISBIEHUS MYTaHTHOTO TIeHa
SABJISIETCS] IUATHOCTHKA CEPIIOBUIHO-KIETOYHON aHEMUU B YMOPHOHATILHOM MEPUO/E;
* TMAarHOCTUPOBATH MOHOTEHHOE HACIIEJCTBEHHOE 3a00JIeBaHUE IyTEM OMpeIeICHUS
HYKJICOTHUHON TMOCIEI0BATEIbHOCTH TeHOB (reModuius, TeMOroOMHOmaTHs) Hu
BBISIBJICHUSI MyTaHTHBIX T€HOB ((DEHUIIKETOHYPHS, MyKOBUCIIUO03);

* OCYIIECTBJIATh reHeTHYeCKuil ananu3 noaumopdusma JIHK ponureneit u nerei;

* OmpenenaTh MHANBHUAYaIbHYI0 m3MeHUMBOCTH JIHK demoBeka 1o BapuabenbHBIM
toukam JIHK, MomekynspHbli aHaiu3 KOTOPBIX  IO3BOJIIET  IPOBOJUTH
UACHTU(UKAINIO JIMYHOCTH YEIIOBEKA);

* BBIICIATh M CHHTE3UPOBATh I'€HbI (BBIACICHHE, CUHTE3 M KIOHHPOBAaHUE T'€HOB
ABJISIETCS] OJJHAM U3 3TAIlOB T€HHOW WHKEHEPHUH).

B Hacrosiiee BpeMsi CylnIeCTBYET OOJIbIIOE KOJIMYECTBO METOJIOB MOJIEKYJISIPHOM
TE€HETHKH, HallpaBJIEHHbIX Ha u3ydeHue monekynsl JJHK kak B HOpme, Tak u nipu ee
NOBPEXKIACHUH, a TAKKe Ha «MaHuIyssuum» ¢ monekynamu JHK u PHK.

- CTpykTypy TI€HOMa U3y4alOT C T[OMOIIBKD METOJa CEKBEHHUPOBAHMS.
CexkBeHMpPOBAaHWEM  Ha3bIBAIOT  MPOLECC  ONPEAEICHUS  TOYHOIO  MOpsAnKa
pacrnionoxxenuss HykiaeotunoB B monekyne JJHK. OtkpsiTus, caenanusie B 70-X IT.
npouuioro Beka CoHrepom u Makcamom — ['mnbGepToM, MO3BOJNIMIM COBEPIIUTH
pPEBOJIIOLIMIO B MHpe Ouonornueckux Hayk. OJHUM U3 TMEpPBBIX METOJOB
cexkBenupoBanus JJTHK 0110 cexkBennpoBanue no Conrepy. CekBenupoBanue CaHrepa
IIOMOTJIO HCCIIEOBATENAM ONIPEACIUTh MyTallUd M IIEPBOIPUYUHY TIE€HETUUYECKUX
3a0oneBaHui. DTO Jy4yIIMA METOA AN HUIACHTH(PUKAIUU KOPOTKHX TaHIEMHBIX
[OBTOPOB U CEKBEHUPOBAHMS OTAEIbHBIX TIE€HOB. OOHAKoO camMbiM OOJIBIIUM
HEJAO0CTATKOM 3TOT'0 METO/A SIBJISIETCS KOJIMYECTBO BPEMEHH, KOTOPOE OH NOTPEOIISIET,
YTO CBSI3AHO C HU3KOW MPOMYCKHON CIMOCOOHOCTHIO. METoAoM, Tak Ha3bIBa€MOro,
BTOPOI'O TOKOJIEHUSl SIBJIAETCS CEKBEHHpoBaHuEe myTeM cuHTe3a Illumina/Solexa.
CyILIecTBEHHBIM  NPEUMYLIECTBOM  TEXHOJIOTMM  SIBJIIETCS  BO3MOYKHOCTD
NApHOKOHLEBOro  ureHusi  nociegosarenbHocTed JIHK  w BO3MOXHOCTB
OJIHOBPEMEHHON paboThl ¢ OoJblIUM KoJMuecTBOM oOpasuoB. K meromam
CEKBEHHUPOBAHUS TPETHETO MOKOJICHUS OTHOCHTCS OJTHOMOJIEKYJISIPHOE
CEKBCHHPOBAHME B pEaJbHOM BPEMEHM W HAHOIOPOBOE CEKBEHHPOBAHUE.
Hcnonp30oBaHne [aHHOM METOAMKH IIO3BOJISIET  OCYLIECTBIATH  JUArHOCTUKY
KapAMOMUOIIATUM, HApyLWIEHUM, KOTOPbIE AaCCOLUMUPOBAaHbBI C PacCCTPOUCTBAMU
AyTUCTUYECKOI'O0 CIIEKTPA, M3ydaTb BO3MOXKHOCTH IIEPEHOCHUMOCTH JIEKapPCTBEHHBIX
MIPENapaToB, MPOBOJAUTH AKTUBHBIM SMUAEMHUOJOTMYECKUNA HAA30p 3a JIHUHAMHKOU
Pa3BUTHS U PACIPOCTPAHEHHUSI JIEKAPCTBEHHON YCTOMYMBOCTH, OCYILIECTBIIATh AHAIN3
CHeM(PUUECKUX YYaCTKOB, ACCOLIMUPOBAHHBIX C HEKOTOPHIMH ayTOMMMYHHBIMU



3a00JIeBaHUSIMUA, TAKMMH KaK PACCESHHBIH CKJIEPO3, HAPKOJENCHs, TIIOTCHOBAS
00J1e3Hb, PEBMATOUIHBINA aPTPUT U JP.

- W3yueHue TpaHCKPUIILMKU T€HOB OCYIICCTBISIOT MPEUMYILIECTBEHHO C MOMOUIBIO
METOJ0B, OCHOBAaHHBIX Ha pa3nuyHbiXx Bapuantax [II[P (momumepasnas 1enHas
peakmust). Metox n300pén B 1983 roay Kapu Mrosumrc. BrociencTBuy OH IOy YHII 32
aT0 wu3o0perenue HoOeneBckyro mnpemuio. B ocHoBe wMeroma IILP n;exwur
MHOT'OKpaTHOe yaBoeHue onpenenénnoro yyactka JIHK npu nomomu gpepmeHToB B
HCKYCCTBEHHBIX YCIOBUsIX (in vitro). B pe3ynbrare HapaOaThIBarOTCS KOJMYECTBA
JAHK, nocrarounblie 1151 BU3yalbHOM AeTeKuu. [Ipr 3TOM IpOUCXOAUT KOMUPOBAHUE
TOJIBKO TOTO Y4aCTKa, KOTOPBI YJIOBJIETBOPSET 3aJJaHHBIM YCJIOBHUSM, U TOJIBKO B TOM
cillyyae, €ClIM OH TMPUCYTCTBYeT B wuccieayemoM obOpasue. Kpome mpocroro
yBenuuenus yucia konuit JIHK (aToT mporecc HazwpiBaeTcs amrumndukanueii), [P
MO3BOJIAET MPOU3BOAUTH MHOMXECTBO JPYrHMX MAaHHUMOYJALNUNA C TEHETUYECKUM
MaTepualioM (BBeaeHue MmyTalui, cpammBanue gpparmenton JJHK). C momorisio TTLP
MOKHO BBISIBUTH BO30yJHUTENEH MHOTHUX YPOJOTHYECKUX M THHEKOJIOTHYECKUX
uHpeKImi, TyOepKyié3a, renaTuToB, JUGTEPUH, MUTOMETATOBUPYCHON HH(EKIIHH,
OHKOBHPYCOB. Ero HCHoOnb3ylOT MJi1 BBISBICHUS XEIMKOOAKTEpHO3a, B KayeCTBE
AKCIIpecC-METO/la  JMArHOCTHKH  CalbMOHeNE3a, ansid  Aaud¢epeHnnanbHol
JMAarHOCTUKHU BUPYCHBIX U OaKTepHAIbHBIX THEBMOHUM.

Taxxke MCHONB3YIOTCS paszinuHble BapuaHThl OnorTuHra (Cay3epH-OJOTTHHT,

Ha3epH-OJIOTTUHT W Jp.). Meron OnorruHra Obul  pa3paboTaH OpUTAHCKUM
MOJIEKYJISIpHBIM OrosoromM DBruHOM Cay3epHOM U MO3BOJISET Pa3eiuTh, IEPEHECTU
U OTIPEJICIIUTh HYXKHbIE HYKJICMHOBBIE KUCIIOTHI B 00pa3nax. Meros nmokaszain cedst Kak
BBICOKO?((EKTUBHBIM U TOYHBIH BO MHOTMX  MEAMIIMHCKUX  00JacTsX, 3TO
JTUArHOCTUKA MH(EKIHM, ayTOMMMYHHbBIX, aJUIEPTHYECKUX 3a00JIeBaHUI U MHOTOE
IpYroe.
- Macc-cneKTpoMeTpUYeCKUii aHaIM3 TO3BOJIAET WACHTH(PUIIMPOBATH EIUHUYHBIC
HYKJICOTUIHBIE  MOAUMOP(U3MBI, YTO  MOXET  JaTh  MHPOPMAIMIO O
IPEIPACIIONIOKEHHOCTH K HanOoJiee pacrpoCTpaHEHHBIM 3a00JI€BaHUSAM: TTATOJIOTHH
CBEpPTHIBAEMOCTH KPOBH (TpOMOO3bI), HEBBIHAIIMBAHUE OCPEMEHHOCTH M ITATOJIOTHS
IJ10/1a; OHKOJOTHYeCKue 3a0osieBaHusi (pak TpyAu, MPOCTaThl, SUYHUKOB, TOJCTOMN
KUIIKK, JIETKWX); HWHAMBUAYaJIbHAs peEakius K HEKOTOPBhIM JIEKAPCTBEHHBIM
npenaparaM (BapdapuH, npenapaTbl XUMUOTEPANNH); 00JIE3HM OOMEHa BELECTB.

B 1990 romy, mnom pykoBoactBoM JlxkelimMca VYOTCOHa MO 3TUI0M
HanunonansHoit opranuzanuu 3npaBooxpanHeHusi CLIIA Obi1 HauaT MEXTyHapOIHBIH
npoekT «l'eHoM dYenoBekay. B ampene 2022 roma ObUIO COOOIIEHO, YTO
MEXXIyHapOoIHas KOMaHJa HCCIIEIOBATENIE CEKBEHHpOBaJa nocienuue 8% reHoma
yeJioBeKa M TakuM 00pa3oM MOJIHOCTBIO €ro pacuudpoBaia.

OO6u1eOnoIornYecKoe 3HAUYCHUE WCCIENOBAaHUNA B pamkax Impoekta «['eHom

YEJIOBEKa»:
- CO3/JIaHME€ OCHOBBI [IJII HOBOTO HAIMpaBlIEHUS B OHOJIOTMM — CpPaBHUTEIBHOU
reHoMuKH. VccenoBanus TeHOMA YeTIOBEKA «ITOTSHYIJIM» 32 COO0N CEKBEHUPOBAHHE
T€HOMOB OTPOMHOTO YHCJa JAPYTHX OpPraHW3MOB, TOpasno Ooyiee MpOCThIX; Oe3
TEHOMHOI'O MPOEKTa 3TU JaHHbIE ObUIM OBl MOJYYEHBI TOpPa3A0 MO3XKE U B ropaszio
MeHbIleM o0beme. X pacumdpoBka BeeTcsl Bce BO3pacTaloIUMU TEMITAMHU.



- BOINPOC O COOTHONIICHUH KOAMPYIOIIMX M HEKOAUPYIOIIMX O00JacTel B T€HOME
(«drouctuyeckasny, win «mycopHas» JJHK). OcHoBHas nons «3rouctudeckoin» JJTHK
COXpaHSETCS B XOJE SBOJIOIUU U JaXe YBEJIMUYMBAETCS, T.€. MOYEMY-TO JAET €€
00J1aJ1aTeI 0 SBOJIIOIMOHHBIE TPEUMYIIIECTBA.

[IpakTHyeckue NpuIoKEHUs MPOEKTa:
- JIedeHHEe TeHeThueckux 3aboneBanuii. K Hacrosiemy BpeMeHH B MHPE
UJEHTU(PUIIMPOBAHO MHOKECTBO TE€HOB, OTBETCTBEHHBIX 3a MHOTUE OOJIe3HU
YyeJioBeKa, B TOM UHCIIE€ W TaKHe Cepbe3Hble, Kak O0o0Je3Hb AubIreiimepa,
MYKOBHUCIIMZI03, MbIlieuHas auctpodust  JlromenHna, xopes ['eHTuUHTTOHA,
HACJICCTBEHHBIN paK MOJIOYHOM KENE3bl U SIUYHUKOB U JP.
- uJIeHTU(]UKAIMS HOBBIX T'€HOB U BBISBICHUE CpPEIM HHUX TeX, KOTOpbIe
00yCJIOBIMBAIOT MPEIPACTIONOKEHHOCTh K TEM WUJIU UHBIM 3a00JI€BaHUSM.
- (papmakoreHetruka, Kotopasi u3zydaer, kak ocoOeHHoctu ctpoenus [IHK moryr
NOBIHATH Ha 9PPEKTUBHOCTD JICUCHUS
- UJIeHTU(DUKAIMU JIMYHOCTH — CyAeOHas SKCIepTHu3a, YCTAaHOBJICHHE OTIIOBCTBA,
OIMO3HAHUE OCTAHKOB IMOTMOIINX.
- OTHOTCHOMHKA IO3BOJIUT BBISBIISITh T'€HETUYECKHUE BO3MOXXHOCTH 3THOCA, YTO
BOCTPEOOBAHO B UCTOPUU, TUHIBUCTUKE U Jp. HAYKaX.
- MAJIEOTEHOMUKA, 3aHUMaromascs ucciaegosannem npesHeit JIHK, n3Bneuennon us
OCTaHKOB, HalICHHBIX B MOTUJILHUKAX U KypraHax

23 centsa6ps 2010 roga B CugHee oObsiBneHO 0 3amycke [IpoekTa, KOTOpbIi
ABJISIETCS JIOTUYHBIM MPOJOJKEHHEM MpoekTa «['eHom uenoBeka». OCHOBHas 1Eb
npoekta «[Iporeom uenoBeka» - WHBEHTAapU3allMs BCEX OEJIKOB 4YEJIOBEKa H
BBISICHECHME B3aUMOJCHUCTBUN MeXAy HHUMU. Llenb pOCCHMUCKONW 4YacTH INPOEKTa —
onpeneneHne nporeoMa 18- XxpOMOCOMBI YENOBEKA HA YPOBHE UYBCTBUTEIBHOCTH |
Komnus Oenka (mentuaa) Ha 1 MK r1a3Mel kpoBu win Ha 107 kierok neuenn n HepG2,
BBISICHEHHE MyTeH B3auMOJEHCTBUS O€IKOB 18- XpOMOCOMBI YelIOBEKa CO BCEMH
OCTaJIbHBIMU O€TTKaMH ITUX KJIETOK (pacmudpoBKa HHTEPAKTOMA) U cO37aHue 0a3bl
naHHbIX. OT peanu3aldyd MPOEKTa KIYT JEUIEBbIe U JOCTYHHBIE KaXKIOMY METOJIbI
MEJIUIIMHCKON TUAarHOCTUKHU, KOTOPbIE MO3BOJISIIOT ONPEACIISITh CaMble PaHHUE CTaAUU
pa3BuTHs 3a00J€BaHUI; WHIUBUyJTbHBIE METO/IBI JICUCHHS 3a00JI€BaHUN, KOTOPHIC
B HACTOSIIIEE BPEMS CUUTAIOTCS HEU3JIEYMMBIMH; CO3/IaHHE HOBBIX METOJ0B
OMOMH(GOPMATUKHN U HOBBIX TE€XHOJIOTHUM.

Hyxaennosbie kucaorel IHK u PHK.

B 1868 roay mBeiinapckuii xumuk Morann @puaepux Muiep BbIACIUI U3 THOS
OOJBPHUYHBIX OMHTOB BEIIECTBO, KOTOPOE pa3lienui Ha JBe (Ppakiuu — KHUCIYIO
(Ha3BaHHYI0 HYKIJIEMHOM) W OCHOBHYIO (mienounyro). Kwucnas azorcomepikainas
dpaxiys nmoxyyuia Ha3BaHUE HYKJIEHHOBBIX KUCIIOT.

Hyxneunogvie kuciomul — NOIUMEPBI, COCTOSIIIME U3 MOHOMEPOB — HYKJIEOTH/IOB.
HyxneoTna coCTOUT U3 a30TUCTOTO OCHOBAHMS, IIATUYTIEPOJHOTO caxapa - IEHTO3bI,
u ocratka (ochopHOl  KUCIOTBL. A3OTHUCTBIE OCHOBAaHUS —  CIIOJKHBIC
IeTEPOLUKINYECKUE COECIUHEHHUS, COAEPKAIIME B LUKIAX KPOME YIJepoJa aTOMBI
a3zoTta. [lo XuMu4eckoi CTpyKType OHHU IETATCSA Ha ABE TPYIIIbBI: IPOU3BOJHBIE TypHHA
(ameHMH, TyaHWH) M TPOU3BOJHBIE NHPUMHUJMHA (TUMHUH, UUTO3WH, Yypalum).




A30THCTOE OCHOBAaHHE NPHUCOEAUHSAETCS K IIEPBOMY YIJEpOdy IE€HTO3bl (B
UKIINYecKo Gopme), a ocTaTok GoCHOPHOI KUCTOTHI K MATOMY YTIIEPOTHOMY aTOMY
neHTo3bl. HykieoTuapl OOBENMHSIOTCS B TMOJUMEPhl — IOJMHYKJICOTUIbl —
KOBaJCHTHOM CBS3bI0 dYepe3 ocTaTok QochopHoit kucimotsl (pochoamddupHoii
CBSI3bI0), COCAMHAIONIEH MEXTy COOO0M TPETHil U MATHIN aTOMBI YIJIepoia IEHTO3bl. B
LeNU HYKJIEMHOBOW KUCIIOTHI BCerna OyieT ABa KoHUa: 5' (CO CTOPOHBI, II€ HET CBSI3U
CO CIIEYIOIIMM HYKJIEOTHUIOM Y 5-T0 YIJIEpOJHOTO aToma caxapa) u 3' (Co CBOOOAHBIM
3-M aTtoMOM yrjepoja B caxape). 5' KOHel[ TPHUHATO CUYUTATh Ha4YaJIoM
NOJIMHYKJICOTHAHON 1enu, 3' koHuoM (5'—3"). B KuUBBIX KJIeTKaX BCTpedaeTcs JBa
OCHOBHBIX THIIa HyKJIeHnHOBBIX kucioT: PHK — pubonykinennosas kucnora u JJHK —
N€30KCUPUOOHYKIIEUHOBAs KUCJI0Ta. OHM OTJIMYAIOTCSI TUIIOM MSITHATOMHOTO caxapa
(pnbo3a u ne3okcupub03a) M a30TUCTHIMU OcHOBaHMsMHU. B cocraB PHK Bxonsar
A30THUCTBhIE OCHOBAHMWS: aJCHUT, ypalwi, TAMUH, HuTo3uH. B cocraB JIHK - agenun,
TyaHUH, TAMUH U LIUTO3UH.

[lepBuuHasi CTpyKTypa €CThb IOCIEAOBATEIbHOCTh YEPEJIOBAHUS HYKIEOTHUIOB B
nenu /JIHK u PHK. B nepBoii nonoBune XX Beka OpBuH Yapradd, ananusupys
HykineoTuHbld coctaB JIHK pasznuuHbIx OpraHu3MoB, OOHApyKujl CIEoYIOIINE
3aKOHOMEPHOCTH, nosryunBiine HazBanus «lIpasun Yapraddar:

1. KonuuecTBo ajieHMHA paBHO KOJIMYECTBY THMHMHA, & TyaHUHA - HUTO3UHY: A=T,
I'=L1.

2. KonnuecTBo MyprHOB PABHO KOJIUYECTBY NTUPUMUIUHOB: A+T'=T+LI.

3. Otnomenune (A+T)/(I'+1]) pasnuuaeTcs y pa3HbIX OpraHu3mMoB. BTopuuHas
ctpykrypa JIHK mnpencrasnser co0oil cBepHYThI€ B CIHPAJb JIBE€ KOMILJIEMEHTAPHO
B3aMMO/JICHCTBYIOIINE U aHTUIApaJIIeNIbHbIE TTOJMHYKIeOoTH IHbIE 1lenu. OOpa3oBaHue
BTOPUYHON CTPYKTYpbl HYKJIEHMHOBBIX KHCJIOT BO3MOXKHO BCJIEACTBUE IPOSBICHUS
3¢ PeKTOB KOMIUIEMEHTAPHOCTH M CTIKUHT-B3auMoericTBuii. J[xerimc /[pro YoTCcoH n
O®pencuc Kpuk npemnoxuinn Mozesb CTpyKTypbl mosiekyibsl JIHK B Buae «aBonHOM
crnupanu» ¢ maroM B 3,4 uMm (10 map HyKJI€OTHAOB Ha BUTOK), B KOTOPOW JBE LIEMHU
HYKJICOTHJIOB OOpamieHsl APYyr K Jpyr a30TUCTBIMM OCHOBAHUSIMU, a HAPYXKYy —
ocTaTkamMu caxapoB u ¢ochopHoil kuciorsl (neHrozodocdatHeiM octoBoM). [Ipu
TOM a30TUCThIE OCHOBAaHMs LENed KOMIUIEMEHTAapHbl JApPYr JApPYTry — HaIpPOTHUB
aJlcHMHa BCerja HAaXOAWTCS THMHH, a HANpOTUB I'yaHWHa — IUTO3uH. Illpupona
KOMIIJIEMEHTAPHOCTH COCTOUT B TOM, UTO MEXAY KOMIUIEMEHTAPHBIMU OCHOBAaHUAMHU
oOpa3zyrorcs BojopoHbie cBa3u (aBe B nape A-T u tpu B mape I'-11), u B Tom yTO
KOMIUJIEMEHTapHbIe Mapbl OCHOBaHUM 00JIaJAI0T CXOAHBIMH T'€OMETPUUYECKUMU
XapaKTepUCTUKAMU U MOTYT OBbITh YJOXKEHbI B PETrYJSIPHYIO CTPYKTYpY,
CTaOWIIM3UPYEMYIO JTOTIOJHUTEIBHBIMU B3aUMOJEHCTBUSIMHU MEXKIY T'eTepOIUKIAMU
(CTEeKMHT-B3aUMOJICUCTBUSAMM ).

CToKHHT-B3aUMOIEUCTBHS - 0coboro pona (Ban-nep-BaanbcoBbl) B3aumMoneicTBus
MEXIY BBUIOKEHHBIMA B CTONKY (Kak MOHETbI) APYr Haa JPYroM a30TUCTBIX
ocHOBaHMI. KoMIleMeHTapHOe criapuBaHUE HYKJIEOTHIOB BO3MOXHO, TOJBKO €CIIU
B3aMMO/JICUCTBYIONIME IIEMH PaCHoIaraloTCs aHTUIapauieNibHO (5'-KOHel mepBoi
Lenu HYKICOTHAOB HampoTuB 3'-koHIl@ BTOpoil 1uenu). W3 mnpuHnuna
KOMILJIEMEHTAPHOCTH CJIEIYET, YTO MOCIEAOBATEIIbHOCTh HYKJICOTUIOB OJHOW LIENH
onpeaeNsieT MOCIeq0BaTeIbHOCTh HYKJIEOTUAOB JAPYTrod. DTOro MOXKHO JOOUTHCA



IByMsi crocobamu. MoryT B3aMMOJEHCTBOBATH JIB€ KOMILIEMEHTApHBIE IIEMH
HYKJIEMHOBBIX KHCJIOT WJIM K€ OJHA LIENb HYKJIEHMHOBBIX KHCIIOT MOKET COAEPKATh
KOMIUIEMEHTapHbIE YYaCTKU BHYTpH ce0st camoi. [IepBbiit BapuanT ucnonsdyer JJHK,
Bropoii - PHK. Tpernunas crpykrypa JHK o6pasyercs B pesynbrare
JOTIOJIHUTENIBHOTO CKPYYMBAaHMS B IPOCTPAHCTBE ABYCIIMPAIBLHOM MOJIEKYJBI - €€
CyHepCIUpaNIN3alnH.
Buabl PHK. Poab pasanunbix cTtpykTyp PHK B cunTe3e OeJika.
[IpoctpancTBennbie cTpykTypbl mMosiekysl PHK 3To TpexmepHble KOHCTPYKIIMH, B
COCTaB  KOTOpPBIX BXOJAT CIHpAJbHbIE W HE  CHOUPAIbHBIE  DJIIEMEHTHI.
Komniemenrtaphelie yuactku B PHK nepemexarorcsi ¢ HEKOIUIeMEHTapHBIMHU.

IIpoektr «I'eHOM d4ellOBEKa» TO3BOJWJ YCTAHOBUTH JOCTATOYHO TOYHYHO
kinaccudukamuto Bcex PHK (puc. 1).

Tpancnopmue PHK
(wm(}

HMHppacTpyKTypHLie
Hexoaupyoume PHK

PuGocomubie PHK
{pPPHK)
Mantie apepHbie PHK
(mMaPHK)

OnuuHLIe
Hexoaupywowme PHK

(aHKPHK)
Manbie AOPLILLKOEBIE
PHK (MSKPHK)

Maneie

WHTepgephpylolLMe
PHK (MUPHK)

AHTHCMLICTOBLIE
PHK

PHK, cefizaHHLie C

Hekopupylowme
PHK

PerynsatopHuie
HekoaMpylollne
PHK

Koaupyiolliue Martpuunsie PHK
PHK (MPHK)

Puc. 1. Bunet PHK

Genkamu Piwi (pIRNA,
PpiwiRNA)

PHK  moppaznenstorcss  Ha Hekonupyromue PHK  (ukPHK),  kotopwie
HE TPaHCIUPYIOTCA B Oenku, U Kopupytomue, win wmatpuudsie PHK (MPHK),
CIIyXallue maTpuien s cuHTe3a 6enkoB. Y Hekoaupytomux PHK Oonee crnoxnas
kinaccupukamuss. OHu  ObIBalOT  WMHOPACTPYKTYPHBIMH U PETYJISITOPHBIMH.
Nudpactpykrypubie PHK wu3BecTHB HamM U3 MIKOJBHBIX YYEOHHKOB —  3TO
pudocomubie PHK (pPHK) wu tpancnoptasie PHK (TPHK). Monekynst pPHK
COCTaBJISIIOT OCHOBY pHOOCOMBI — MOJIEKYJIAPHOM MAIIHHBI, KOTOPAs U CTPOUT OEJIOK
Ha matpuuHoi PHK (mpoBoaut Tpanciaumio). IlociaenoBarenbHOCTh U3 TPEX
Hykieotu10B B MPHK yka3bpiBaeT, Kakyro aMUHOKHCIIOTY CJIEYIOT BKIFOUUTH B OEJIOK.
Monekynst TPHK mnpuHOCAT yKa3aHHbIE aMHUHOKHCIOTHI Ha pUOOCOMBI B XOE
TPAHCISALNH.

Perynatopusie  HkPHK  oueHp  mmpoko  mNpencraBieHbl B OPTaHU3ME,
KJIACCU(ULIMPYIOTCA B 3aBUCUMOCTH OT pa3Mepa MU BBIMIOJIHSIOT BaKHbIE (DYHKIHMH

(puc. 2)



IlnuHa

HasBaumue
(HYK/1e0THIIbI)

DOyHKIHH

1. Perynupyiot uzbuparensHoe

meTtHmipoBanuie [THK

HInunnble Hekonupylouye PHK 200 2. PykoBonar usbupatenbHoi
(muxPHK, IncRNA) = MOCAIKOH HA XPOMATHH OETKOBbIX

KOMIJIEKCOE, NOJABIAOLIHX

AKTHBHOCTb F€HOB

1. YuacTeyroT B crinaiicuHre

2. PerynupyroT akTHBHOCTb

¢ aKTOpOB TPaHCKPHITLIHK

3. [lonnep:x1BatoT LIEIOCTHOCTD
TejlomMep

Marbie anepubie PHK 150
(maPHK, snRNA)

1. YuacTByIOT B XMMHYECKOI
moaudukauuu pPHK, TPHK
1 MaPHK

Masbie PI]}]E?;[;%[—?EIU;ESBRT&) 60-300 2. BoaMmozkHO, y4aCTEYIOT
PHK ~ ’ ‘ B crabunuzaunu crpyktypbl pPHK
M 3aLUTe OT NeHcTBUS GepMeHTOB
rMAponas
P
Mastsie 1. ObecneunBaoT aHTHEHPYCHYIO

r 51_99 MMMYHHYIO 2aLHTY
F';ﬁg{ﬁﬁ%%}]{ﬂé?ﬁ% 21-22 2. [lonaBngoT aKTHBHOCTD
' ; SIR cOOCTEEeHHbBIX FeHOB

MukpoPHK (mxPHK, 1895 [lonaenatoTr TpaHcnaumo nyTeM
miRNA) - PHK-uuTepdeperunn
1. Kopotkue:
) - ~ menee 200 | BriokupyioT TpaHcagumnio, odpasy4
Antnemeicnoenle PHK (asRNA) 2. Imumbie: | ru6pumst ¢ MPHK
6omnee 200

Mx nasbiBaroT «CTPAXaAMH
reHomMa#», OHH IMOOaBIAKOT
aKTMBHOCTb MOOMIIBHBIX
reHeTHYeCKHX 3JIeMeHTOE
EO BpeMA S'IM-IE‘}]JHOI"EHEBE

PHK, ceazannble ¢ 6enkamu Piwi 26_39
(piRNA, piwiRNA) o

Puc. 2. Hekonupytomue perynstopasie PHK

- npomarpuyHas PHK. Obpa3yercs B pe3ysibTaTe TPaHCKPUIILIUH, UMEET KOJUPYIOIIHE
(3K30HBI) U HEKOAUPYIOIIKE (MHTPOHBI) YYaCTKU

- uapopmannonnas (marpuunas) PHK - uPHK (MPHK) — oGpa3yercs B pe3ynbrare
CIUTaiicHra (Mpouecc BhIPE3aHUs] UHTPOHOB M CUIMBAHUS HK30HOB) MPOMATPUUYHOU
PHK. ®ynkuuu nPHK: nepenoc renernueckoi nuudopmanuu ot JJHK x pudbocomam,
MaTpula [ CHHTE3a MOJIEKYJbl O€nka, OIpeneieHrue aMUHOKHCIOTHOU
[OCJIEI0BATENBHOCTH IEPBUYHON CTPYKTYPbI OEIKOBOW MOJIEKYJIbI

- tpancnoptHas PHK — TPHK. ®ynkiuu TPHK: TpancnopT aMHHOKHCIOT K MECTY
cuHTe3a Oenka, K pubocomMam; TPaHCISIIMOHHBIN TOCpeTHUK. MIMeeT akienTupyrommii



yuyactok (mpucoenunsier AK, mpu yuactum AT®D), oOmmii yvactok (meTis
TUTHIPOYpUANHA) oOecreuynBaeT CBs3b €O crnenupuiyeckuM  GEepMEeHTOM,
XapaKTEPHbIN Y4aCTOK (meTns MICEBIOYPUIUHA) BCET/1a COHEPKUT
nocnenoBatenbHocTh S5 '-TIII-3', 3TOM meTieidl B3amMOIEHCTBYET € PHUOOCOMOM.
AHTUKOJIOHOBasA TMETIISI - COAEPKUT 3 HYKJICOTHIA, KOMIUIEMEHTAPHBIX KOJOHY
naHHon amuHokucnotrsl B MPHK, wnanpumep, komonmy S'-I'TII-3' B MPHK
cootBeTcTBYeT aHTUKOI0H 3'- [I['T-5' B TPHK, ueM oGecneunBaeTcs cnenupuuHoCTb
B3aumojieiicteus ¢ marpuunor PHK.

- pubocomnas PHK - pPHK. ®yuxkuum pPHK: HeoOXomumblii CTPYyKTYypHBIN
KOMITOHEHT pru00OCOM M, TAKUM 00pa3oM, obecrieueHue GyHKIIMOHUPOBAHUS PUOOCOM;
oOecrieuenue B3aumojencteus pudocombl U TPHK; mepBonauanbHOe cBsi3bIBaHUE
pubocoMbl U komona-ununmaropa MPHK u omnpenenenue pamku cyuThIBaHUS,
dbopMHupoBaHUE aKTUBHOTO IIEHTPAa PUOOCOMBI.

- mukpoPHK — wmaneie Hekomupyromme wmonekysisl PHK, oHu yuactByroT B
MOJIaBJICHUM AaKTHUBHOCTH TeHOB, WHTHOupys tpancisaiuio MPHK. Mumensvu
MukpoPHK sBrsrorest ot 30 1o 60 % reHoB uenoBeka.

Nudopmanus o ctpoennn Beex BunoB PHK xpanurcs B JIHK. [Ipouecc cunresa
PHK na marpune /IHK Ha3biBaeTcsa Tpanckpunuuei.

Penumkanus JAHK.

B xoae perukanuu JJHK B knetke kaxkaas u3 1Byx ucxoanbix ueneit JJHK cioyxur
MaTpuIel 11 GopMUpOBaHUS MOJTHOPa3MepHO HOBOM 1enu. [lockonbKy Kaxaas u3
JIBYX «Jo4depeil» nessuiencsl KIETKM HacjieAyeT HOBYIO ABOMHYI0 crupaib JIHK,
COJIEpIKAILYI0 OAHY MCXOAHYIO U OJHY HOBYIO LIETIH, TOBOPST, YTO JIBOMHAS CHUPAJIb
JHK pemmunupyercs JIHK-nonumepasoi «mojiykoHcepBaTUBHO». B mporecce
perunkanuu  JIHK Bbigensior ¢aspl vHUIMANUU (HA4Yajao, CTapT), ODJIOHTALMH
(YomuHEeHHe, NpUpalieHne) U TePMUHAIIUY (3aBEPIICHUE, OKOHYAHUE).

Toukamu HULIMAIMK (HaYaja) PETUIMKAIIMY SBISIFOTCS YYacTKU, OoraTble mapaMu
A-T, T.K. B HUX JIBE, @ HE TPU BOJIOPOJHBIX CBA3H, I HaUMHaeTcs aeHatypanus JJHK
C pPAacXOoXJEHHEM MOJIEKYJ JBOMHOW coupanu. OOpasyrouecs MOpd 3TOM
onHouenouveunble yyactku JJHK cBsi3biBatoTCs necrabunmsupyronmu Oenkamu. B
TOYKaX HadaJa pPEIUIMKAIMd O0pa3yloTCs pPEIUIMKAaTUBHBIE BIJIKU. Pa3zneneHue
3aKpy4YeHHBIX B Oucnupanb mnoiauHykieotuaubix uenet JIHK ocymectBiasercs
dbepMeHTOB renuka3zoi. DepMEeHTOM, KaTaJIU3UPYIOUIUM O00pa30BaHUE JTOYEPHUX
MOJIMHYKJICOTUAHBIX 1ene, sieigerca JJHK-nomnmepasa.

[locTpoeHnue onHOM M3 JOYEPHUX MOJMIECHTHAHBIX ILenel (Muaupyrouas) Ha
MAaTEpUHCKON MaTpULE OIEpeKaeT IOCTPOEHUE BTOPOWM  (3ama3apIBaromias).
Omnonranuio  obeux mnonuHykiaeoTuaHeix 1neneit JIHK karamusupyer JIHK-
MoJIMMEpasa, OJHAKO CYIIECTBYIOT TakyKe O€lKH, KOTOpbIe OJIOKUPYIOT HapalluBaHUe
PHK-npaiimepa Ha 3-koHIlE cBepX TpeOyeMo# JIMHBI. YUYaCTKH JIUIUPYIOIICH HETH
CUHTE3UPYIOTCS KaK HEMPEPBHIBHBIC JTOCTATOYHO JUIMHHBIC (PparMEeHTHI, TOT/A Kak
JIHK 3amazgpiBaromieit 1emnu oOpa3yeTcsi KOPOTKUMH ydacTKaMu — (parMeHThI
Oxkazaku. Kaxnapiii pparmenT HaunHaercs ¢ kopotkoid PHK-3aTpaBku, HeoOXxoaumoit
st pynkuuonupoBanus JJHK-nonmumepassl. [lpaiiMep cuHTe3upyercs cnenuaibHOMu
PHK-nonumepasoii (mpaiimaza), JJHK-nonumepasza IllnoctpauBaeT 3TOT npaitmep 110
dparmenta JIHK nmunoit 1000-2000 1e30KCHHYKIIEOTHTHBIX 3BEHBEB.




3aBepiiieHre peruivKanuu (TepMuHaius) coctouT B yaanennn PHK-mpaitmepos,
«cmmBanum» GparmentoB JIHK nmst BocctaHOBIEHUS 11ETIOCTHOCTH MOJIEKYJ1. B aToi
¢aze yuactByer Hykieaza H (ymamser mpaiimep), JAHK-nurasza, Oera-/IHK-
nonumepasa. Y 3ykapuor permmkanuonssii cunres JIHK npexpamaercs npu Bctpede
PEIUIMKAIMOHHBIX BUJIOK COCEIHUX PEIUIMKOHOB (pHC. 3).

Perumnkanus OaxtepuansHoit JIHK sBisieTcss nByHanpaBiieHHBIM TIPOILIECCOM C
OJHUM CaWTOM HMHUIMALIMU. B OTIMYHME OT 3TOr0 XpOMOCOMA DYKAPUOT COCTOUT W3
OTJAEJIBHBIX YYaCTKOB pEIUIMKaUMd — pPEIUIMKOHOB M HMEET MHOIO CalTOB
VHULMAIUU. PErmMKOHBI MOTYT PEIUIMIUPOBATHCS B Pa3HOE BPEMS M C Pa3HOU
ckopocThto. Cxopocts pernkannu JIHK B aykaprnoTHueckux KieTkax 3HAYUTENbHO
HIKE, UYEM B IIPOKAPUOTUUYECKHUX.

Cxema npouecca Onucanne npouecca

Wunnuupytommuii 6enok ceaswiBaetea ¢ JIHK,
ncnons3ya suepruo ATd, mokansHo pacmmpser
OHK JHK na 1aBe NOIMHYKICOTHAHBIE ULEMH U

| obpasyeT «J1a30K» PeITHKALHH.

Genok-uHULKaTop

I'enukaza npukpennsercs K JJHK u nponomkaer
ee paclHpATh, a THpaza (ToHOH30Mepasa)
packpyunBaer crmpans JJHK. Opnonenounsie
JHK  ynepxmBaorTcs  CTabMIHM3HPYIOLIMMU
DenKaMu M CTy:KaT MATPHIEH IS PEILUTHKALIHH.
[lpaiimaza  cunresupyer koporkmii PHK-
npaiiMep Ha 3'-xoHue, rie Oynmer
CHHTE3HPOBATECH JTHAHPYIOIAS LENb JOuepHEi
JHK.

JHK-nonumepasa 111 uecnonssyer npaiimep ans

pasa

5

PHK- h
np P r’
3 ’ npaimasa

OHK-nonumepasa 111

Ha4yaga CHHTEe3a AouepHeil HHTH Ha 3'-KOHIE.
ITOT CHHTE3 NPOIO/IKACTCH HElIPEPLIBHO.

f gl npafAMocoma
5 S - \\pa
OTCTAKWAaA — —=
HUTE JHK -
g = s

PHK-npaiimep na otcraromeii nenu JITHK. JHK-
nmomuMepasa paboTaeT B TOM JKE HampaBlIeHHE
(5'—3"), cuHTesHpya (parMeHT JouepHell LENH
JHEK.

OHK-nonvmepasaa |

5
¥ v
ParMaHT

kazakw N2 a2

Ha orcralomeii nenn JIHK cuuTesmpyerca
(parmentamu, uro Tpebyer cepun PHK-
npaiiMepoB, KoTopele yaamstorca zarem JIHK-

A nomaMepasoi I Owma ke samemaer mnpoben
7 AHK-nonwmepasa | 6 HEJOCTAIOLIMMH HYKJICOTHIAMH.
7 npaima3sa JHK-nurasa ceasbiBaer ¢parMentsl OKasakH,
5 o o nocne 4ero JIHK-nurasza, nommmepasa [
FiE——— \ . v
: ) ~ nomumepasa III, npafimasa, renmkasa u ruapasa
RHK-nwrasa  p o epasa Nl pabotaroT B PEeTIHKAIMOHHOIH BHIIKE
s OJJHOBPEMEHHO.
Puc. 3. Permukanus JIHK
Penapanus JTHK.

[Tonnepxanue reHETUYECKON CTAOMILHOCTH TPeOyeT HE TOJBKO Ype3BbIYAHO
TOYHOro Mexanuszma permukamuu JHK, HO Takke M MEXaHM3MOB HCIPABIICHUS
MHOTHX CIIy4alHBIX MOBPEXIACHUM, KOTOpble HenpecTanHo mpoucxoasT B JHK. B
OOJIBIIIMHCTBE CBOEM TaKKe caMoIpou3BoibHbIe n3MeHenus B JIHK kpaTkoBpeMeHHHBI,
MOTOMY YTO OHHM HE3aMEJIUTEIIbHO UCIPABIISIOTCS HA0OpPOM IPOIIECCOB, KOTOPHIE B
COoBOKynHOCTH HasbiBarOT penapanuen JJHK. HenaBHo npoBeneHHble Uccae10BaHusA



10 BBISICHEHHUIO IMOCIIECTBHI CHIDKEHHOU criocoOHocTH K penaparnuu JTHK y mroneit
TIO3BOJIMJIN CBSI3aTh MHOTHE O0JIC3HH YeJIOBEKa UMEHHO ¢ 3TOH mpobiieMoii (puc. 4).
[To OTHOLIEHUIO K MPOLECCY PEIUIMKALIMA PA3INYalOT ABa OCHOBHBIX TUIIA penapauuu
JTHK:

- HopemnukatuHyto (tun penaparuu JJTHK, He cBsI3aHHBINM ¢ TPOIIECCOM PEIUIMKALIUU
Y MPOUCXOJSIINN COTJTACHO MEXAHU3MAaM Pa3beAUHEHUS MUPUMUINHOBBIX THUMEPOB
(poTopeakTuBalysl) WM BeIpe3aHusi MOoBpexAEHHBIX yyacTkoB JJHK (axcum3nonHas
pernapariusi))

- IlocTpennukaTuBHYO (TUIN penapanyy, UMEIIIe MECTO B TeX Cilyyasx, KOrjaa
IPOLIECC 3KCUMU3MOHHOM penapalvy HEIOCTaTOYEH JJIA IIOJHOTO HCIpPaBJICHUS
NOBPEXKJEHUsA: Tocie permkauuu ¢ obpasoBanuem JIHK, conepxkameit
NOBPEXKIEHHBIE YYAaCTKH, OOpa3ylOTCs OIHOILICTIOYEUHbIE Opeliu, 3amojHseMble B
poliecce peKOMOMHAITMOHHON WJTH PeraparimOHHON PETUTHKAIINN ).

C no3uiuii MOJIEKYJISIPHOTO MEXaHU3Ma NEPBUYHBIE OBpexaAeHUs B Mosiekynax [JHK
MOTYT OBITh YCTPAHEHBI TPEMSI Iy TSIMHU:

1. IIpsiMBpIM BO3BpAIIEHUEM K HCXOJHOMY COCTOSIHUIO;

2. BeipezanreM NOBPEXKIEHHOIO y4acTKa U 3aMEHOM €r0 HOPMaJIbHBIM;

3. PekoMOMHAIIMOHHBIM BOCCTAHOBJICHHEM B 00XO0T TOBPEKICHHOTO yJacTKa.
Kaxnas u3 cucrem penapanuu BKIIOYAET CIEAYIOIINE KOMIOHEHTHI:

- IHK-renukaza — pepmMeHT, «y3HaIOMUi XUMUYECKH U3MEHEHHBIC YYaCTKH B 1IETIH
U OcCyllecTBIsAOmMI pa3peiB H-cBsizeld BOMM3M OT MOBpeXACHUS; (PEPMEHT,
YIAISIONIMNA OBPEKAEHHBIN YYaCTOK;

- JIHK-nnonumepaza — dhepMeHT, CHHTE3UPYIOUIUI COOTBETCTBYIOMIMI YYaCTOK LIETH
JAHK B3ameH yaan€HHOro;

- JJHK-nuraza — ¢epMeHT, 3aMbIKatOIINI MOCIEIHIO CBS3b B MOJUMEPHON 1EeNu U
TE€M CaMbIM BOCCTAHABIIMBAIOIIMN €€ HEMTPEPBIBHOCT.

HaubGonee pacnpocTpaH€HHBIMU CIIOCOOAMH pemnapaiuy SBISETCS BbIpe3aHUE
noBpexa€HHbIx yyactkoB JIHK, mnepBonawanbHas mnocnenoBarenbHocTh JIHK
BoccraHaBnuBaercs JIHK-mommmepason, koTtopas HCHONB3YyET HENOBPEKICHHYIO
HATh B KA4e€CTBE MATPHUIbl, W OCTAIOWIMICA pa3pblB B JBOMHOW CIHpAIA
«3anenbiBaeTcs» JIHK-nmurazon.

Penmapanus BbIpe3aHreM OCHOBaHHWM, BOBJEKaeT Oartapero  (HEpMEHTOB,
Has3biBaeMbIX JHKrnmnko3nnazamu, kaxxaslid U3 KOTOPBIX MOKET pacro3HaBath B [JHK
ONPENECICHHBIM THUN BUJAOU3MEHEHHOTO OCHOBAaHMSI M  KaTalU3UpPOBATH €r0
TUAPOIUTUYECKOE YAJICHUE.

VY Oakrepuil MMEITCS MO KpaliHeW Mepe 3 (EepMEHTHBIE CHUCTEMBI, BEIyIIHE
penapaiuto: npamas (Haubonee npocmou nyms ycmpauenus nospedsicoenuti 6 J[HK, 6
KOMOPOM 00bIYHO 3a0elicmB08atbl cneyuguueckue gepmenmol, CNOCOOHbBLE OLLICMPO
YCMpauams  cOomeemcmaywee noepexcoenHue, B0CCMAHABIUBASL  UCXOOHYIO
CMPYKMYpY HYKIeomuoo8), SKCIU3UOHHAs (8KItouaem yoaneHue No8PeHCOEHHbIX
asomucmulx ocHogeanuu uz /[HK u nocnedyiowee 6occmanogieHue HOPMAIbHOU
CMPYKMYypbl MOAEKY/Ibl), TOCTPEIUIUKaTUBHASA (ocywecmeniemcs 6 mex CAyuasx,
K020a nogpedxcoeHue 0odxcusaem 00 haszvl penukayuu Uiy umeem maxkyo npupooy,
Komopas o0enaem HeBO3MONCHbIM €20 UCHPAGIEHUe C NOMOWbIO IKCYUIUOHHOLUL
penapayuu. Ima cucmema uspaem 0coO6eHHO 8ANCHYIO POJIb Y IVKAPUOM, 0Decnedusas



B03MONCHOCb KONUPOBAHUSL 0AdHCE C NOBPEHCOEHHOU Mampuybl). Y dYKaprOT K HUM
nobaenserca emie Miss-mathe (Bo @pems pennuxayuu JI[HK oOviearom owubKu
cnapusanus, Koz20a emecmo kKomniemenmapHuvlx nap A-T, [-I] obpazyromcs
HeKxomniemenmapHvle napul. HenpasunvHoe cnapusanue 3ampazueaem mMoJNbKO
oouepnioro yens. Cucmema penapayuu MUCMIMY 00JIHCHA HAUMU OOYEPHIOIO Yenb U
npouseecmu  3aMeHy  HEeKOMNJIEMEHMAPHbIX — HYKIeomuodog) W  Sos-penapanus
(6xnrouaemcss moeoa, kozoa nospedcoenuit 6 [J[HK nacmonvko mHO20, uymo OHU
yepooicarom — #CusHu  Kiemxu.  HMHOyyupyemcs — cumme3  0enxkoe,  Komopwie
npucoeounsaromes k J{HK-I1 komnnexcy u cmposam oouephioro yenv [[HK nanpomus
Ooepexmnoti mampuunou. B pesyromame /[HK yosausaemcs ¢ owubKou u modxcem
npousoimu KiemoyHoe oenenue. Ho eciu Ovliu 3a0embl HCUZHEHHO 8adiCHblE PYHKYUU
KllemKa nocubHem).

MyTauui redos M5SH2,
3, 6; MLH1; PM52
NMIMEHTHAaA Kcepo-
aepma (XP), Tunbi A-G
XP-sapwaHT

aTaKkcua-
TeneaHrMakTaszua (AT)

mMyTauui reda BRCAZ2

crHgpom BepHepa

cuHgpom bnyma

aHemua DaHKoHK,
TANbl A-G

46 BR nauweHT

KONOPEeKTANbHBIA pak

Pak KoM, NOBLILEHHAA YYBCTBUTENBHOCTL K
YD-nyuam, HEBPONOrMYECKWe PaccTpoincTea
NOBbILLEHHAA YYBCTBUTENBHOCTD K YO-
Ny4am, paK Komm

NEAKEMIWA, NMMGOMa, NOBbLILLEHHAR YyB-
CTBMTENBHOCTE K Y-Nydam, HecTabunbHoCTL
reHoma

pak MONOYHOIA #enesbl, ANYHUKOB KU Npea-
CTATENbHOW Menessl

npeXaespemMeHHOe CTapeHue, CKNOHHOCT
KEHDHHHEETEEHHuhiHDEGG&FE3DEEHHHM,
HecTabMNbHOCTb reHOMa
CKNOHHOCTE K 3N0KaYeC TBEHHbIM HOBOOD-
Pa30BaHKMAM, 33[1eDXKa pOCTa, HecTabunb-
HOCTE reHoMma

BPOKAEHHBIE NOPOKKU PA3BUTUA, NEAKEMMA,
HeCcTabunbHOCTE reHoMa
FUNEePUYBCTBUTENEHOCTE K NOBPEXAAILLIMM
[HK areHTam, HeCTaBUNBHOCTL reHoMa

ncnpasneHuwe ownbok cnapu-
BaHWA

IKCLIM3MOHHAA penapama
HYKNEoTUAOB

CUHTES eyepes NoBpeXKaeHNA:
IHK-nonumepa3zon n

Benok ATM, npoTenMHKWHa3a,
AKTUBMPYEMAA ABYXLIEeNoYey-
HbiMW pa3pbieamu [JHK
penapayus ¢ NoMOoLLBID roMo-
NOMYHO pekomBuHaLLMK
aKLUeccopHbie 3'-3K30HYKNeasa
1 JHK-xenukasza

akueccopHan JHK-xenwnkaza
AnA pennukaLmnmn

penapaLma MexLenouYeyHbIx
nonepeuHbix clwnsok JHK

IHK-nuraza |

Puc. 4. Hekotopsle HaciaeACTBEHHBIC 3a00JIeBaHus, CBSI3aHHbBIE C lepeKkTamMu B

cucreme penapanuu JHK.

['eHOM COZIEPKUT MOJHYIO HHPOPMALUIO O (OPMUPOBAHUYU IPU3HAKOB U CBOWCTB
OpraHusMa B OHTOT€He3e, HH(POPMAIIMIO O TOM, KaK BDKUTh B CIOXHBIX YCIOBHIX U
KAaK MPEJOTBPATUTh IOBPEKICHHUS B HACIEICTBEHHOM ammapare. ['eHoM yenoBeka
dopMupoBaics BMecTe C HBOJOLMENH uenoBeka. OpraHuzanus TeHOMa J000MH
JYKApUOTUYECKOW KIIETKHA MEpapXU4HA: HYKJIEOTHIBI — KOJIOHBI — JOMEHBI — I'€HBI C
MEXIE€HHBIMA YYaCTKaMHM — CJIOKHBIE T'€HBI — IUIEYH XPOMOCOM — XPOMOCOMBI —
raruiouHbI Ha0Op BMecTe ¢ XpoMocoMHOM U BHesiaepHoit JTHK.

Tepmun «rew» Obu1 mpemioxed B 1909 romy yuénbpim B. Horancenom ans



OmnpeJieJICHUs] JIEMEHTApPHOW MaTepualbHOM €AWHUIIBI HaclelCcTBeHHOCTH. B 50-¢
TOJIbI TIOJT TEPMUHOM TeH cTayiu ounMath pparment [JHK, orBeTcTBEeHHBIH 3a cUHTE3
oaHoro Oenka. B Hacrosiiee BpeMs MOJ TEPMUHOM T'€H MOHUMAIOT CTPYKTYPHO-
(GYHKIIMOHANIBHYIO €IMHUILY HACJIEICTBEHHONW MH(pOpMAIUU, KOTOpask MPEJCTaBIISIET
coboii yuactok mosekyisl [JHK, conepxaniuii unpopmaiuio o nociie1oBaTeIbHOCTH
AMHUHOKHUCJIOT B TTOJUIIENITUAE WUITU O TTOCIEI0OBATEILHOCTH HYKJIEOTHIOB B MOJIEKYJIE
PHK.

B renax y 3ykapuoT €CTh y4acTKU, KOTOpPbIE HECYyT MH(OpPMALUIO O CTPOCHUU
OeJiKka — 9K30Hbl, U YYACTKH, KOTOPBhIE Takol MHQpOpMAIUU HE HECYT — UHMPOHDL.
['eHbl, KOHTPONIUPYIOLIKME CUHTE3 OJJHOTO OeKa, HEPEIKO MOTYT HaXOJUTHCS JIaXe B
pa3HbIX XpoMocoMmax. Tak, reMOrjioOMH B3pPOCIIOrO YeJIOBEKAa COCTOMT U3 YETHhIPEX
NOJIMIENTUAHBIX 1ened: nByx uerned | m nByx nemeit (3. Cunres nemei (3
KOHTPOJIUPYETCS T'€HOM, JIOKAIM30BaHHBIM B 16-i1 Xpomocome, a cuHTe3 l-lLemneit
HaXOJUTCS TI0JT KOHTpPOJEM Te€Ha, JoKaIu3oBaHHOro B 11-i1  xpomocome.
buonorndecknii CMBICI TaKOW CTPYKTYpPbI I'€HA, BEPOSITHO, CBA3aH IPEXKIE BCETO C
MOBBIIICHHON YCTOWMYMBOCTBIO TAKOTO TIe€HAa K JCUCTBUKD MYTAar€HOB: MYyTalus
BO3MOXHA JIMIIb NPU U3MEHEHUH CTPYKTYPBI 3K30HA; HE UCKIIOUYEHO, YTO Pa3pbIBbI
JIHK mpu KpOCCHHrOBepe UAYT 1O MHTPOHAM, YTO TAKXKE CIIOCOOCTBYET COXPAHEHUIO
YCTOMYMBOCTH I'eHa KaK euHULIbI PyHKIHUH. I3BECTHBI FeHbI, B KOTOPHIX YepEI0BaHUS
AK30HOB M MHTPOHOB NOBTOPstOTCS 17 1 naxe 51 pa3. Hepellko 5K30HBI COCTaBIISIOT
Bcero 1/10 yacte rena. Hanuume HMHTPOHOB SBJISIETCS THUIWYHBIM, XOTS U HE
00s13aTEIbHBIM CBOMCTBOM 3yKapUOTHUECKUX F€HOB.

CBolicTBa reHa:

1. Cnenmuuynocts. Kaxaplii CTpYKTYpHBIN T'eH 00J1aJaeT TOJBKO €My XapaKTEepPHbIM
MOPSIAKOM PACIOJIONKEHUSI HYKIEOTUIIOB U JIETEPMUHUPYET CHUHTE3 ONPEIEICHHOTO
MTOJIUIICITUA.

2. HenoctHocTk. ITpu nporpaMMUpOBaHUM CHHTE3A MOJIUIENTH/Ia T€H BCTYHAET Kak
HeJeuMas eIMHUIA.

3. HuckpetHocTh. Hanuuue cyOobenuHull (MyTOH, PEKOH).

4. CtabunbHOCTb. ['eHbl OTHOCUTENIBHO YCTONYUBHI.

5. JJabunbHOCTh. CIOCOOHOCTH MyTHUPOBATb.

6. [Ineiiorponusa. OAWH reH OTBEYAET 3a MPOSIBIICHUE HECKOJIbKUX MTPU3HAKOB.

7. DKCIPECCUBHOCTD — CTEMEHb (PEHOTUITUUECKOTO MPOSIBIICHUSI T€HA.

8. [leHeTpaHTHOCTh — YacTOTa (DEHOTUITMYECKOTO MPOSBJICHUS TeHA.

Hakornenue 3HaHuii 0 CTpyKType, QYHKIMSIX, XapaKTepe B3auMOJCUCTBUS U
JPYTUX CBOWCTBAaX I'€HOB MOPOJIUIN HECKOIBKO BAPUAHTOB KIaCCU(PUKAIIMKI I'€HOB:

- Ilo wMecTy mokamuM3auMd TE€HOB B  XPOMOCOMAax pa3iMYarOT ajleJIbHBIC
I€Hbl U HEAJUICTIbHBIE TEHBI

- ITo BIIUSTHUIO Ha bu3noIOTNYECKUe MPOIIECCHI B KJIETKE
pa3IUYaloT JeTalbHbIE (AKTUBHOCTh JAHHBIX T€HOB HECOBMECTUMA c
YKU3HBIO), YCIOBHO JeTaabHbIE (cHIKAIOT KU3HECTIOCOOHOCTh

OpraHu3Ma), IPOTOOHKOTE€Hbl —IPYINa T[EHOB, PEryJHPYIOIUX HOPMaJIbHOE
KJIETOYHOe JeneHue u auddepeHIpoBKY KIETOK. M3MeHeHHble MyTaluen, HO
aKTUBHBIE (POPMBI TMPOTOOHKOTEHOB HOCAT Ha3BaHHE OHKOT€HOB — CIIOCOOHBIX
CTUMYJIMPOBATh PA3BUTHUE OITyXOJIEBBIX KJIETOK, ITOCIEAHUE MOTYT BO3ZHUKATh TAKXKE



B pE3yJbTaTe CHUWKEHHUS aKTUBHOCTU AHTUOHKOTEHOB ( MPOAYKThl 3THUX T€HOB
YIHETAIOT MUTOTMYECKYI0 aKTUBHOCTh KIIETOK, y4acTBYrOT B pemnapauuu /IHK u
KOHTPOJIMPYIOT KJICTOUHBIA IIUKJ).

- Ilo pyHKUIMOHAIBHBIM OCOOEHHOCTSM BBIJICIISIIOT CTPYKTYPHBIE U PETYISTOPHbBIC
reHbl. K CTpyKTYpHBIM r'€éHaM OTHOCSITCSI T€HbI, KOTOPbIE KOHTPOJIUPYIOT (KOJUPYIOT)
NEePBUYHYIO CTPYKTYpY MaTpuuHbIX, win uHpopMaunonubix, PHK, a yepe3 Hux
MOCJIEIOBATENILHOCTh AMUHOKHUCIOT B CHUHTE3UpPYEMbIX nonunentugax. Jpyryro
TPYNIy CTPYKTYPHBIX T€HOB COCTABJISIFOT T€HBI, ONPEACIISIONINE TOCIEI0BATENBHOCTD
HYKJICOTH]IOB B MOJIUHYKJICOTUAHBIX Lemnsax pudbocomuoit PHK u tpancnoprroit PHK,
T.e. CTPYKTYpPHBbIE I'€Hbl OTBEUYAIOT 3a Ilepeladyy IeHETUYECKOIo0 KOJa OT OJHOIO
MIOKOJICHUSI KJIETOK K IPYTOMY, a TaK)Ke YIPaBJISIOT CHHTE30M OEJIKOB.

PerynaropHbie TeHbl KOHTPOJUPYIOT CHHTE3 CHEHUPUUYECKUX BEUIECTB, TakK
HaspiBaeMbIX JIHK-cBsi3pIBaromux OCIKOB, KOTOpBIE PETYJIUPYIOT aKTUBHOCTH
CTPYKTYPHBIX T'€HOB. PeryisaropHble T'€Hbl B3aUMOACHUCTBYIOT CO CTPYKTYPHBIMHU U
PETYIUPYIOT BCE OMOXMMHYECKHE TPOIECCHl B KIETKE, MO3BOJSAS € TeM CaMbIM
MPUCIIOCA0IUBATHCS K U3BMEHEHUSIM OKPYXKAIOIICH Cpe/ibl, HApUMEP, K U3MEHEHUSIM
KOJIMYECTBA M KayecTBa IMOCTYMNAKOIIMX B HEE MHUTATEJIbHBIX BELIECTB. Ecin
OKOJIOKJIETOYHAS Cpe/la CTa0MiIbHA, PETYJISITOPHBIE TEHBI TOPMO3ST (PETPECCUPYIOT)
CTPYKTYpHBIE.

CoBpeMeHHas MOJICKYJISIpHAsl TE€HETHMKA 4Yalle TMOJIb3yeTCs  CIEeAYIOLIEH
Kkiaccudukanuen reHos (puc. 5).
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X03AHCTBa» AudQepeHIMPOBKA pPHK

Y rsPHK
I'eHH TPAHCKPUIMLMOHHBIX

dakropos

Puc. 5. Knaccudukanus reHoB

PHK konmupyroume rensl onpegernsitor cuHte3 PHK, HeoOxomumon mms
obecrieueHusl mpoliecca CIlaiicuHra, CUHTe3a pubOCOM U INPOLIECCOB TPAHCIISALUY.
PHK xomupyromue rensl paioT uHbopmaiuio s cuHTe3a wmojekyn PHK,
o0JaarouX peryasiTOPHbIM JEHCTBUEM, T.€. BIUSIOUIMX HA (PYHKIIUU IPYTUX TE€HOB.
Hanpumep, PHK nia BbIKiIOYEHMS WM MHAKTHUBAUMHM OAHOM M3 X XPOMOCOM Yy
YKEHILMH.



['eHBl «JOMAIIHETO XO3SHCTBa» - 3TO TE€HBI, HEOOXOAUMBIC I MOJJICPKAHUS
BOXHEHUINX JKU3HEHHBIX (DYHKIIMI oOpraHu3Ma, KOTOPBIE OKCIPECCUPYIOTCA
MPAKTUYECKU BO BCEX TKAHAX U KJIETKAX HA OTHOCUTEJIBHO MTOCTOSTHHOM YpOBHE. [ '€HbI
JIOMAIITHETO X031 CTBa (DYHKIIMOHUPYIOT TTOBCEMECTHO, HA BCEX CTAIUSAX KU3HEHHOTO
nukiia oprann3mMa. OCHOBHBIMHU (DYHKIMSIMHU JaHHBIX T€HOB B OPTaHU3ME SIBIISIFOTCS
obecnieuenue mporeccoB: perukanuu  JIHK, Tpanckpunuuu, TpaHCHsiuy,
aHaboJu3Ma 1 KaTaboau3Mma.

['ensl TepMmuHanbHOM AUDPEPESHIUPOBKU (T€HBI POCKOIIN) 00ECTEUNBAIOT
CrieUAIU3UPOBaHHbIe (YHKIMU KIETOK. OHU TPaHCKPUOUPYIOTCS OTPAaHUYCHHOE
BpEMSI WJIM HE BO BCEX KJIeTKaX (TOPMOHBI, (hepMEHTHI MUILIEBAPEHHUS).

['eHbl TPaCKpUMIIMOHHBIX (DAKTOPOB, KOHTPOIUPYIOLIUE 0COOBIE SIAEPHBIC OEIKH,
CIIOCOOHBIE COEIUHATHCS C PErYJIATOPHBIMU 00JIACTSIMU MHOTUX CTPYKTYPHBIX I'€HOB,
BBI3bIBAs JTUOO aKTHBAIUIO, TMOO MOIABJICHUE TPAHCKPHUIIIIUH.

['enpl B reHome coOpaHbl B JOMEHBI. JloMeHBI 00pa3zyroT NEeTIH, KOTOpHIC
NPUKPETUISIIOTCS. K BHYTPEHHEH siiepHoi MemOpane. J[muHa neTiiv CuibHO BapbUpYeET,
TaK KaK OJIMH JIOMEH MOXKET COAepKaTh JUOO OJWH T'eH, JUOO HECKOJbKO T'€HOB,
oOpasyromue KiacTepsl WiIM TaHAeMbl. lletnmn ¢ukcupyroTcss K MemMOpaHe
uHcynsaTopasiMu ydyactkamu JIHK. Cnencepel — oTnensrOT OOuMH IreH OT APYroro.
TpaHckpuniuioo JOMEHa IEJIUKOM YCHJIMBAIOT JHXAHCEPhl, a BBIKIIOYAIOT
calJIeHCOPBl. DTU T€HBI MOTYT HaXOAUTHCSA HA JIOCTATOYHO OOJIBIIIOM PACCTOSIHUM OT
MIPOMOTOPOB U JCHCTBYIOT Y€pPE3 UHCYIISATOPHBIC OCITKH.

OcoO€HHOCTh OpraHM3alMd TIeHOMa 3aKJIYaeTcsi B HaJIM4yhe MOOMIIBHBIX
(MOBUYKHBIX) TEHETUYECKUX JIIEMEHTOB, TAK Ha3bIBAEMbBIX «IIPBITAIOLINX» FreHOB. OHU
OTHOCSTCA K JHMCHEPTHUPOBAHHBIM IOBTOpaM M cocTtaBisitoT 10 — 30% renHoma
KUBOTHBIX M 50% reHomMa pacTeHHil. OTO KOPOTKHME  HYKIEOTHUIHBIE
MOCJICIOBATEIbHOCTH, KOTOPHIE AaKTUBHO TEPEMEIIAI0TCs JTUOO BHYTPH T€HOMa U3
OJHOTO CalTa B APYTrOW B IpeAeax OJHOU XPOMOCOMBI, TaK U MEXIY XPOMOCOMaMH,
amb0 W3 OJHOTO TEHOMa B Jpyroi TeHoM. Pa3nmuaroT 1Ba OCHOBHBIX Kiacca
MOJABUKHBIX TEHETUYECKHX DJIEMEHTOB: TPAHCIO30HBI M PETPOTPAHCIIO30HBL. B
OCHOBY KJacCU(PUKAIIMU 3aJl0KEH MEXaHu3M ux nepemenieHus. I[lonBuxHbIe
TEHETUYECKUE DJIEMEHTHI, SIBISASCH (DAKTOpAaMU M3MEHYMBOCTH T'€HOB M Y4YacTBYS B
MEepPECTPOMKax XpPOMOCOM, MMEIOT OIPOMHOE 3HAY€HHE B TIpolleccax HBOIIOLUU
reHoma.

TpaHCmO30HBI TEpEeMEIIATCd C y4YacTHEM KOMILIeKca O€eIKOB, KOTOpbIe
o0ecreynBaT akKTUBHOCTh (pepMEHTa TPAHCIO3a3bl, KOTOpPAasi Y3HAET TPAHCIIO30H U
IIEPEHOCUT €ro B HOBOE MeCTO. TpaHCIO30HbI HAa KOHLIAX UMEIOT MHBEPTHUPOBAHHBIC
y4acTKH (IIOBTOPHKI), KOTOPbIE CONMIKAIOTCS U TOYHO OTpe3atorcs oT yuyactkoB JTHK —
xo3siuHa. Pa3pplB M 3ammBaHue oOecrneurBaeT TPAHCIO3a3a M BCIIOMOTATEIbHBIC
oenku. TpaHcmo3a3a MOKET KOJIUPOBATHCS KaK CAMHM IOBUKHBIM 2JIEMEHTOM, TaK U
ero Konueu. TpaHCIO30HBI:

1. UHnyuupyoT XpOMOCOMHBIE IEPECTPOUKH (BCTABKH, JCJICIINN, TOUKOBBIE 3AMEHBI);
2. Komuu TpaHCIO30HOB OOECIEYMBAIOT BO3MOXKHOCTh PEKOMOMHAIUA MEXIY
XPOMOCOMAaMU;

3. Y4acTBYIOT B peryJiliii akTUBHOCTHU T'€Ha, BBIMOJIHIS (DYHKIUIO IPOMOTOPA;


https://ru.wikipedia.org/wiki/%D0%A0%D0%B5%D0%BF%D0%BB%D0%B8%D0%BA%D0%B0%D1%86%D0%B8%D1%8F_%D0%94%D0%9D%D0%9A
https://ru.wikipedia.org/wiki/%D0%A2%D1%80%D0%B0%D0%BD%D1%81%D0%BA%D1%80%D0%B8%D0%BF%D1%86%D0%B8%D1%8F_(%D0%B1%D0%B8%D0%BE%D0%BB%D0%BE%D0%B3%D0%B8%D1%8F)

4.T'eHoM, HECYIIIMI aKTUBHBIC TPAHCTIO30HBI, 00JIee BBDKMBAEM. B X01¢ 9BOTIOHH A TH
AJIIEMEHTHI 00ECTIEUNBAIOT CEJICKTUBHBIE IPEUMYIIIECTBA OPTaHU3MY.
MutoxonapuaiabHas JTHK.

CoriacHO 3HA0CUMONOTHYECKON TeopuH, MuToXoHApuansHasa JJHK npouzonuia ot
kosblieBbIX Mosiekyn JIHK Gaktepuii 1 mo3TOMy MMEET MHOE MPOUCXOXKIECHUE, YeM
anepHelii reHoM. Ceiiuac mnpeoOiazaer ToOYKa 3pEHHs, COrJacHO KOTOpOM
MUTOXOHAPUM HMMEIOT MOHO(QUIETUYECKOE MPOUCXOXKJIEHUE, TO €CTh ObUIU
NPUOOPETEHBI MPEKAMU DYKAPUOT JIUIIH OJTHAXKIBI.

Mt/IHK wmiexkonuTarommx — KOJIbIIEBas ABYLIENOYEYHAs MOJIEKyJa, KOTOpas
BCEr/Ia HAXOJIUTCA B MUTOXOHIPUAX B (POpME KOMIUIEKCOB € O€JIKaMH, 3TH KOMILIEKCHI
OPUHATO HAa3bIBaTh «HYKICOMAAMM». Y OOJBIIMHCTBA BBICHIMX XUBOTHBIX T'€HOM
MUTOXOHAPUMA coniepKUT 37 reHoB: 13 mis 6enkoB apixarenbHou nenu, 22 ains TPHK
,2 nnst pPHK (myist 6onbiioit cyobenuuuibl pudocom 16S pPHK u ans manon 125
pPHK). I'enoMBI MUTOXOHIpHI pa3HBIX BUIOB OTIWYAIOTCA HE TOJIBKO MO HabOpy
T'CHOB, TIOPSIKY MX PACIIOJIOKECHHUS M IKCIPEecCHH, HO 1o pasmepy u ¢opme JIHK.
[TonaBnstoniee OOJBIIMHCTBO ONMHCAHHBIX CETOAHS MHUTOXOHAPHUAIBHBIX T'€HOMOB
IpeICcTaBIIAeT COO0M KOJBLEBBIE CYIIEPCIUPAIN30BAHHBIE ABYLIENIOYEYHBIE MOJIEKYJIbI
JIHK. Kak npaBuiio, B KaKJI0W MHUTOXOHAPHUM COJIEPKUTCS HECKOIBKO KONHUHU €€
reHoMa. Tak, B KJIETKaxX MEYEHU YEI0BEKA OKOJIO 2 ThIC. MUTOXOH/JIPUIA, U B KQXJI0M U3
HUX 110 10 ouHaKOBBIX TeHOMOB. JIBe HyKIeoTHAHbIE 11enu MoJieKyibl MTJIHK nmerot
pa3IMuHbIA CyMMapHbBIM HYKJICOTHAHBIM cOCTaB U oOo3HayaroTcs kak L-uens (light,
nerkas) u H-unens (heavy, Tspkenas). Paznmuumst 00ycClIOBIIEHBI HEOIWHAKOBBIM
colepKaHUEM "TSKENbIX' MyPUHOBBIX U "JETKUX'" MUPUMHUIUHOBBIX HYKJIECOTHJIOB.
Bbonbias gacts renoB pacnosioxkena Ha H-uutu MmTIHK: 510 14 renoB TPHK, 06a rena
pPHK u 11 renos, kogupyromux 6enku. 8 PHK renor u 2 6enkoBbix redHa (ND3 u
AT8) na L nutu. bonbmas yacte Monekyiasl MTAHK copepxut kKoHcepBaTUBHbIE
KOJMPYIOLIME TMOCIEIOBATEIbBHOCTH. Y 4YEJOBE€Ka W JAPYrMX MIEKONHUTAIOLUUX B
MUTOT€HOME OTCYTCTBYIOT HMHTPOHBI M COBCEM Maj0 HEKOAUPYIOUIUX YYaCTKOB.
HanbGonee npotsoxkenHslid Hexkoaupytouwmi ¢parmeHT (NCR, non-coding region)
nmeeT WHy ~ 700 m.H. Hy’)KHO OTMETUTh, 4YTO T€HETUYECKUN KOJI B MUTOXOHJIPUSIX
UMEET HEKOTOpble OTIIMYUSA OT yHHBepcalbHOro: tpurietel AGA u AGG cimyxar
CTOMN-KOJIOHaMU (B YHUBEpCAJIbHOM KojJie oHU KoaupyioT Arg); AUA komupyer Met
(Ile B ynuBepcanpHoM kojne); UGA koaupyer Trp (CTON-KOJOH B YHHBEPAJIbHOM
KOJIE).

Y OonbIIMHCTBA MHOTOKJIETOYHBIX OpraHu3MoB MuToxoHapuanbHas JIHK
HACJIEAYETCs [10 MATEPUHCKOW JIMHUU. SIMIEKIIETKA COAEPKUT HA HECKOJIBKO MOPSAIKOB
oonpiie korui mutoxoHapuansHoM JIHK, yem cnepmaroszoun. B crepmarosownje
OoObIYHO He OoJsibllie AecsiTKa MUTOXOHApUM (y dYelloBeKa — OJHa CHUPAIbHO
3aKpy4YeHHAas MUTOXOH/IPHS), B HEOOIBIINX SUIIEKIETKaX MOPCKOTO €7Ka — HECKOJIBKO
COTEH ThICSY, @ B KPYIHBIX OOLIMTAaX JATYIIKH — JECATKH MIUIMOHOB. Kpome Toro,
OOBIYHO  TPOUCXOJWUT  JETpajaluss  MUTOXOHAPUMA  CIIEpPMATO30HMAa  IOCIHE
OIUIOJOTBOPEHHUSI.

Mytannu B MTIHK mpoucxonar, no pa3HbsIM IpUYMHAM, HAMHOTO 4allle, YEM B
anepnorn JIHK. Knerknm m Ttkamm moryt coxepxkare kak MTAHK onxHoro Bumma
(romomia3mus), Tak 1 KOMOHWHALUIO HOpMainbHOU 1 MyTaHTHOU MT/IHK B paznuunbix




cootHomeHusx (rereporuiazmusi). B mTIHK oOHapyxeHbl ToOuedyHBIE MYyTAIlUH,
nenenuu Wik ayrmkanuu mosekyiasl MTIHK. MT/IHK MyTtannm MoryT BbI3BIBAThH
nepenaBaeMble 0  MATEPUHCKOW  JIMHUM  HACJIEJACTBEHHbBIE  3a00JI€BaHMUS.
Hccnenosanus nokaszanu, uro myranuu MTIHK Takke yckopsoT mmpounece crapeHust
¥ pa3BUTHE BO3PACTHBIX MATOJIOTUH, HAIPUMED, HEHPOAeTEHEPATUBHBIX 3a00ICBaHHIA.
Kpome Toro, oHu MOryT BbI3bIBaTh CHMIKEHHE MYKCKOW (DEpPTHIIBHOCTH, MOBBIIIATH
PUCK HEBBIHAIIMBaHUS OEPEMEHHOCTH U AMOPHUOHAIBHBIX HapyuieHuid. CHIKEeHHE
yycia konui mosiekys MTJIHK Taxoke npuBoAUT K pa3BUTHIO 3a00JI€BAHUM, TAKUX KaK
MUONATUH, HEPPOMATUH, TEUEHOUYHAS] HEAOCTAaTOYHOCTh U Ap. OJHUM M3 BaXKHBIX
MYTAIlMOHHBIX COOBITHI, BO3HUKAIOIIMX B MHUTOXOHJIPUAIBHOM TE€HOME, SIBIISIETCA
dbopMupoBaHue OONBIINUX JIETCIUHN, TPUBOASIINX K yTPAaTe HECKOJIBKUX T'€HOB U, KaK
CJIE/ICTBHE, K OIpEAeIICHHOMY AeQUIUTY OEJIKOB IEMU IMepeHoca 3JIEKTPOHOB.
[ToBeimienHoe coxpepxkanue Monekysl MTIHK ¢ ngenenmenn MoXeT NnpuBOIUTH K
HApYUICHUIO TpoIlecca OKUCTUTENbHOTO (pochopunrpoBanus u psay 3a00JICBaHHM.
UccnenoBanus mokazanu, yto 6onbiue aenenuu MTIHK MOTyT BbI3bIBATH CHIDKCHHE
MY>KCKOM  (P€pTHJIBHOCTH, HEBBIHAIIMBAaHUE OEpPEeMEHHOCTH M  3MOpPUOHHBIE
HapylICHUs, YCKOPEHHOE CTapeHue, TaKXe MOIrYyT COACUCTBOBATH Pa3BUTHUIO
HEeHpOJeTeHEepaTUBHBIX 3a00JIeBaHUN W psAda APYrux 3a00eBaHMi, TaKUX Kak
MUTOXOHAPHUAIIbHBIE MHUONATUU (MHUO3ZUT C TEJIbLAMU-BKIIOYEHUSIMHU, CHUHIPOM
Kupnca-Ceiipa,  odrampmoriernueckass  muonartus,  cu"apom  [lupcona,
MUTOXOHJpUANIbHAA HeWporacTpoMHTECTUHANbHAs »HUEehamomuonatus, CHUHIPOM
Jlest), kKapAMOMHONATUHM, NMAHLUUTOIIEHUU, HEUPOCEHCOPHAasi TYroyxocTb. M3ydeHue
MTIHK neneuwnii B reHeTndeckux gadoparopusx mpopoautcs meroaom [P ananuza
u [IL[P B peanbHOM BpeMEHU.

3AJAHMA U1 ITPOBEPKH

1. YkaxuTe nmpaBUIIbHbIE BAPUAHTHI OTBETA.

1.1. Monexyna JITHK snep sykapuor

A) nuHelHas IByXuenodeyHas

b) nuneiinas onHouenoveyHas

B) konbueBHiHAsA ABYyXIIEOYEYHAS

I') konpLEBHIHASA OAHOLIETIOYEUHAS

J1) TOJIBKO KOJIbLIEBUIHAS

1.2. JHK y sykapuoT HaX0oAUTCA

A) TOJIBKO B s/1pe

b) B siape, nmuzocoMe, MUTOXOHIPUSIX

B) B anpe, xaopomactax, MUTOXOHAPHSIX

I') B sgpe u DIIC

H) B simpe, pubocomax, XJIoporiacTax

1.3. N3buparensHoe coennHeHne HykineotuaoB AByx ueneil [JHK udepes azotucteie
OCHOBaHMS

A) aHTMDIAPATIETBHOCTD

b) konuneapHocTh



B) xommnneMeHTapHOCTh

I') HenpepbIBHOCTH

J1) 130BITOYHOCTD

1.4. IIpu perukaruu nouepuue uenu JJHK cunresupyer pepment
A) renukasa

b) mpaiimaza

B) JHK-nmonumepasa

I') nuraza

J1) Tonouzomepasa

1.5. ITpu perumkanuu JJHK cmuBaet dhparmentsl Oka3zaku hepMeHT
A) renukasa

b) npaiimasza

B) JHK-nonumepaza

I') nuraza

J1) Tonnouzomepasza

1.6. Perumkanus JJTHK Ha nuaupyromen neny npoucxoauT

A) HEenpepbIBHO

b) B HanpaBnenuu 3'—5" (HOBO 11eTN)

B) ¢dparmentamu Oxazaku

I') koHCEpBaTUBHBIM CITOCOOOM

) B nmepuon nuddepeHITMpOBKU

1.7. Ilpu penukanuu pa3pbeiBacT BOJAOPOaHBIE cBsi3u Mexay nermsimu JTHK dhepment
A) renukasa

b) mpaiimaza

B) JHK-nonumepaza

I') nuraza

J1) Tonouzomepasa

1.8. Ecim omHa u3 wneneit JHK wmMeeT HyKJICOTHIHYIO HOCIEIOBATEIBHOCTD
3'AATTTHUTTAS', BTOpas uenb OyA€T UMETh CTPOCHHE

A) S'VYIHAAITAAVY3

b) STITTTULHAAT3'

B) STTUAAITAAT3'

I S'AATTTUHUTTA3

JO S'YYITTUUTTY3'

1.9. OcnoBHoI1 crioco6 perukanuu JJHK

A) KOHCEpBaTUBHBII

b) HekoHCepBaTUBHBIM

B) ¢pparmenTapublii

I') nonykoHcepBaTUBHBIN

1.10. OcHOBHOIf HOCUTEJb TeHEeTUUECKON nH(OopMalK 6aKkTepuit
A) mrazmuaa

b) nykneoun

B) nyxneokarncu

I') ssapo

2. Pemre cuTyaluMOHHBIE 33/1a4U.



2.1. UccnenoBanusa mokazanu, 9to 34% oO0miero 4ymcia HYKJICOTHUIOB H3y4aeMOu
uPHK npuxoautcs Ha ryanuH, 18% Ha anenuH. Kakoil mnpoueHTHBIA COCTaB
IPUXOJIUTCS HAa IPYTHE a30TUCThIE OCHOBAHUS U B KAKOM COOTHOILICHHUH?

2.2. llon nevictBueM Y @-o00myuenus B mogekyne JJHK obpa3zoBanuce
NUPUMHUJIMHOBBIEC TUMEPbI (AuMepsl TuMuHa). Kakue cBoiictBa u ocobennoctu JTHK
nexar B ocHOBe penapauun? Kakue cymectBytor Buasl penapaunu JJHK u B uem nx
paznuuue? B yeM CylHOCTh MOCTPEIUIMKATUBHON penapanun? Y KaXuTe €€ CBA3b C
SKCUMU3MOHHOW penapanueii?

2.3. BriOepute BapuaHThl OTBETA, MAKCUMAIbHO COOTBETCTBYIOIINE MO CMBICTy. JlJis
poBeieHUs oJiuMepa3Hoi nenHou peakuuu (ITL[P) Heo6xoaumo, B mepByto ouepep,
BBIOpATh y4acTOK (aHTUTEHA / TeéHa / TEeHETUYECKOI0 Koja / MOJIEKYJIbl / puOOCOMBI) U
CKOHCTPYUpOBaTh (a30THCTbIE OCHOBaHUSI / MOJIEKYJbl / HYKJICOTUABl /
OJIMTOHYKJICOTHABI / TpaiMephl), KOMIUIEMEHTapHbIE Y4YacTKaM BBIOPAHHOTO TEHA.
[Ipaitmepst 00bIYHO BRIOUpAIOT AIMHOM okoJio (2 /12 /20 /200 / 2000) (a30TUCTBIX
OCHOBAaHHMM / HYKJICOTUJOB / OJIMTOHYKJICOTHUAOB / Tap HYKICOTHAOB / map
OJIMToHYKJIe0oTUAOB). [lonoxkeHne npaiiMepoB 3a1a€T (AIMHY / Maccy / MPOCTPAHCTBO
/ TeMmmeparypy IUIaBIIeHUS / IIUPUHY) KOHEUYHOTO NPOAYKTA. 3aTeM HYXHO
noaroroButh marpuily JIHK. Jlazee B mpoOupke CMemmBaIOT Bce HEOOXOIUMBIC
xomroHeHTsl: JJHK-maTpuity, npaitmepsl, peakunoHHbIN Oydep, conepxkaiinii (MOHBI
Kamuss /  WMOHBl  KamblMs /  HMOHBI  MarHus /  HOHBl  HaTpHs),
(ne3okcunykneosuarpudocdarsr / nezokcurpudocdarsl / Hykieozuarpudocdatsl /
tpudochartsr), pepment JJHK-3aucumyro JIHK-nmonumepasy. Ha npubope, koTopbiii
Ha3biBaeTcs (amrummdukaTop / Tepmoctar / Xpomarorpad / mneHTpudyra) 3amaroT
npotokoJ [T1P, kotopsiit 06b6194H0 cocTout u3 (10-15/ 15-25 / 30-40 / 40-60 / 60-80)
IUKJIOB, KX M3 KOTOPBIX COJIEPKHUT IMOCIEI0BATEIBHO CTaAuM (JAeHaTypaiuu /
omxkura 135 mpaiimepoB / miaBieHus / MOTJIONIEHUS / peHaTypanuu / periuKanuu /
TEPMUHAIMK / DJIOHTAIUM), (IeHaTypauuu / MOCTPOWKH / TUIaBIEHUS / OTKUTA
npaiiMepoB / y/UIMHEHHS / DJIOHTAIlMU) W (JIeHaTypanud / KOMIUIEMEHTAIuu /
NOTJIOIIEHUS / OPUEHTALIMH / OTXKUTA IPAHiMEPOB / JTOHTALINH).

onoanumensnan 3a0aua nOGbIWEHHOU CclodycHocmu. llonmumepasHas nenHas
peakuus SABISETCA UCKIIOYUTENBHO BaXKHBIM COBPEMEHHBIM METOJIOM MOJIEKYJIAPHON
ouonorun. B uects nHsA poxaeHus Tomaca Xanta Moprana maGopaHT pemui
nonyuuth [IIP-npoaykr rena white anunoit 152 mapsl HykneotunoB. ['en white
KOJUPYET TPAHCIIOPTEP MPEKYPCOPOB MUTMEHTOB Iia3a AP0o30(UiIbl, MyTalls B HEM
npUBOAUT K popMupoBaHus Oeinbix 11a3. [locienoBaTenbHOCTh JaHHOTO I'eHa B 0aze
nanabix Gene Bank umeer unentudukarop X02974.2. Jlna amrmindukanmm yyactka
JJHK wmetomom IIIP TpeOyercs 3akazaTh mNpsMOM M OOpaTHBIA mpanMep.
[TocnegoBaTenbHOCTh MpaiiMEpPOB MPUHITO 3aMUCHIBATH OT 5’- KOHLA K 3’-KOHILY.
Omnpenenure mociaea0BaTeIbHOCT, 00pPaTHOIrO MpaiiMepa ATUHOW 16 HYKIEOTHAOB,
€CJIM B Ka4eCTBE MPsIMOTo IpaiiMepa ObUT UCIIOIB30BaH CIEAYIOIUN OJIUTOHYKICOTH]T
5’- CTCGCAACGGAAAACC-3’. Bsenure mnociaeAaoBaTeIbHOCTh OOpPATHOIO
npaiimepa JaTUHCKUMH OykBamu, O0€3 3HaKoB 5°-, 3’-, 1 poOeIIoB.
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