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Mo CO3AAHUI0 OTECYECCTBCHHOI'0 CCKBEHATOPAa HaA
OCHOBE TEXHOJIOTHM NPUHIUINXAAJIBHO OTJIHUYA-
IOIIUXCsl OT UCIMOJIb3YEMBIX B HACTOAIIECEC Bpe-
M.

KPOCKOII B CTO pa3 0oJiee MOILIHBINA, 1 MHOTHE MPOOJIEMbI OMOJIOTUU CTaHyT TOpa3/Io MPOIIE. .. »

Tam enu3y mMHoeo mecma.
Puuapo Deiinman (1959)
ITO TEXHOJIOTHSl CeKBEHHPOBAHWS HATHBHOI
koHurypanun THK/PHK 6e3 no6aBienus no-

MbpbI cuuTaeM, YTO TOJbKO NMPSAMOE CEKBEHMPOBAHUE HYKJIECHHOBBIX KHUCJIOT U JAPY- QTN IS D =D AENA ALV D LA UL, Sl L1011 S
(puxanumu, MM Apyroro Jir0060ro Meroaa, KOTo-
rux OMOJIOTHYECKHMX MOJUMEPOB HA YPOBHE MHAMBHAYAJBHBIX MOJIEKYJ] B UX HATHB- »
pbIx BBOJIUT KOJUYECCTBCHHbLIC OIMOKH HJIHU
HOM COCTOSIHMM (T.€. IPSIMO U3 KJIETOK, 0€3 KONMMPOBAHUS) CMOKET 00ecreduTb Hau0o- apTedaKThL.

Jiee MOJIHYI0 MH()OPMALMIO 0 3THX MOJIEKYJIAX.
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DEe30KCUpPMUOOHYKNenHoBas
Kucnora
/

. 1. Inamerp JHK - 1.98 um.
= 2. llIar Mexxay OTIEeJbHBIMH OCHOBAHHU- puboHyknenHoBas
avu — 0.34 aMm. 5 KMcrnota
- 3. 10 ocHOBaHMIi HA OUH BUTOK.
4. Ilar aBoiinoii cupany - 3.4 HMm. 0
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CekBeHupoBaHue

CexBennpoBanne JHK n PHK —
o011ee Ha3BaHUE METOA0B M TEXHOJIOTHI
AJISl ONpeleJIecHHs] NMOPsiAKA HYKJIEOTH-
A0B (aJeHNH, HUTO3MH, T'YAaHUH, TUMHH,
ypauuwia) B moJiekyje JHK nan PHK. B
pe3yabTare Nmpouecca CeKBEHHMPOBAHMA
noJy4aercs JJMHelHOe CHMBOJILHOE OTH-
CaHHe, KOTOpOe KPaTKa MOsCHSAET aTOM-
HYI0 CcTPYKTYpy Mogaekyiasl JHK nin
PHK.

Hykjeornanass  mocjieoBarTeib-
HOCTh KOJAUPYET AMMHOKHCJIOTHYI I0-
CJIEe0BATENBLHOCTh 0€JKOB. YHHKAJb-
HbI€ MOCJIeJ0BATEIbHOCTH HYKJIEOTH/I0B
00pa3yloT reHeTU4eCKMil KOJ BCeX KHU-
BbIX OPraHN3MOB.

CnektpanbHoe cekBeHnpoBaHue AJHK n PHK

Yacro aJs1 ompeseseHUs1 XUMHU4YECKOI0 COCTABa BeLeCTB
HCNONB3YIOT 3 dekT KoMOMHAMOHHOIO paccesHus. Ilo cmek-
TPy KOMOMHALIMOHHOIO PACCesIHUSI MOKHO pacmin(poBaTh Xu-
muueckyro crpykrypy AHK u PHK. B o6mem Buae cnexrp JJTHK
i PHK cocTouT M3 CIeKTPOB cOCTABJISIOIMX 3TH MOJIEKYJIbI
yacTeH.

J1s paciinpoBKHU N10C/1€10BATEIbHOCTH A30THCTBIX OCHO-
BAaHUI B HYKJICHHOBOM KHCJI0Te HEO0X0AUMO 3HATh KAKOMY OCHO-
BAHHUIO COOTBETCTBYET TOT WJIM HHOM MUK B 001eM CIIeKTpe.

B 3aBucuMocTH OT YHC/Ia Pa3JINYHbIX OCHOBAHMI B y4acT-
ke JIHK ¢ xoToporo moay4awTt ciekTp pa3jiu4HbIM OyaeT u 00-
LM CIIEKTP € MOJIEKYJIbI.

I/ICIIOJIBCSyﬂ pa3jin4HbI€ METOAbI U MOAX0AbI MOYKHO YBEJIN-
YUTH paspeaicHue METOAUKHU 10 HECKOJIbKHUX HYKJICOTHUI0B.

Bce coBpemMeHHBbIe TEXHOJIOTMH CeKBEHHMPOBAHMSA (ONTHYECKHE U MO-
JIYNPOBOJHHUKOBbIE) MO3BOJISIIOT CYNTHIBATH TOJIbKO MOC/I€10BATEIHLHOCTD
O0CHOBHBIX 4 HykJeoTua0B (A, T/U, G, C B ITHK n PHK). B neiictBure/ib-
Hoct, B JIHK n PHK npucyrcrByior 6osee 200 pa3anyHbIx Moau¢puKa-
i (HanpuMep, MeTHJI-C) 3TUX HYKJI€O0THI0B, Ka:KIasi CO CBOeid OMOJI0TH-
yeckoil pyHKuue.

Bce coBpeMeHHBIE TEXHOJIOTHH MO3BOJISKOT NOJIYYHTh TOJIbKO yCpea-
HeHHYI0 nHGopManuio co MHoxkecTBa konuil /IHK u3 MHOKecTBa KJIETOK,
TOIIA KAK FeHeTHYeCKre MeXaHM3Mbl Jaxe ABYX COCeJHHX KJIETOK MOIYT
pa3iauyarbes (HanpuMmep, pa3jinvyue HEPBHOM KJIETKH U KJIETKH CTEHKH CO-
Cyaa, WM JIa:Ke ABYX COCeHUX HEPBHBIX KJIETOK).

I[o3TOMY HAaM HY:KHBI TEXHOJIOTHH KOTOPbIe MOTYT AaTh TOYHYIO HH-
¢dopManuu 0 MOJTHOM XUMHYECKOH MOC/JIeI0BATEIbHOCTH KaK10i HWHINBH-
ayaabHoi mosekyJabl JJHK uiau PHK u ee kosinvyecTBe B MHAUBUAYAJIbHOM
KJIeTKe.

JTa TEXHOJOrHSl He
TpedyeT HCI0JIb30BAHUA
AOMOJHUTEIbHBIX HYKJIEO-
TH/A0B, METOK, aMILJIN(PUKA-
MU, WIK JI00ro Apyroro
MeTO0da, KOTOPbI BBOJAUT
KOJIMYECTBEHHbIE OIIMOKH
HJIM apTe(aKThl.

YyBCTBUTEINBHOCTH
MeTOoa TEOPEeTHYECKH II0-
3B0JIsAACT NMPOBOJIUTHL CEKBe-
HMPOBaHUE OAMHOYHBIX MO-
JIEKYJI M onpenensiTb MOAU-
(puxanuyu HyKJIEOTHIO0B.




MeauunHa n
MeOULUUMHCKaA reHeTUKa

3HaHMe I'eHeTHYeCKOH MO0CJIeJ0BATeIbHOCTH, PealTu3alui I'eHeTH-
yeckoil MHGpopManuu Heo0X0AMMO JIsI ONpeneeHHs NMPUYUH, HAXOXK-
JAeHHUs croco00B JedeHUsA M NMPOPUIAKTHUKU MHoOrux 3adosnesanuii. Ilo-
cJIeHue uccaenoBanns B obdnactu nepenoca nupopmanun or JHK ge-
pe3 PHK B 0Oesiku, peryJsinus 3TUX NPoOLecCOB, HCCIETOBAHUE POJIH «MY-
copuoii» THK moka3sbiBaer, 4To nmpouecc Hac/Jieq0BaAaHUsA U (PYHKIMOHM-
POBAaHHA )KMBBIX OPraHU3MOB ropas3/io 0ojiee CJI0KHbIA YeM MpeacTaBJIsI-
JIOCh paHee M 3TO TpedyeT Ppa3BUTHSI METO/I0B HCCJICJOBAHMSA U TMATHOCTH-
KM IyTeM CeKBeHHPOBaHus otaebHbIX efnnnll (JIHK, pazaunynbix BUgoB
PHK) 3Toro mexanusma.

OTIICJIBHOC " 6BICTp0 PasBUBaOIICEeCH HAIIPpaABJICHUE COBpeMeHHOﬁ
MeIlHHHHCKOﬁ reHeTHKH — 3NUreHeTnka. MHorue 3a001eBaHusi BbI3BAHbI
He TOJbKO OIIHOKAMH B reHeTHY€CKOM KoOa€, HO M €10 «nHTepnpeTauneifl»

Bonee 200 moandukaumMm OCHOBaAHUMN

B OPraHMU3Me 4€J10B€Ka, B OT/I€JIbHBIX KJIE€TKaX.

Cro1a OTHOCHATCH: HACJEACTBEHHbIC I'eHEeTHYEeCKHe
3a00/1eBaHus1, NPEIPACHOJIOKEHHOCTh K Paky, Auadery,
0oJsie3Hu IlapkuHCOHA, BOCHIPUMMYMBOCTHL K OaKTepH-
ATbHBIM M BHPYCHBIM HMH(EKIHAM, NPeapacioJiokKeH-
HOCTh K HAPKOMAHUM U JAPYTUM 3aBHCUMOCTSM.

OmnpenejieHne reHeTHYeCKON MOCJIeI0BATEILHOCTH
B030yauTeJIell 3200/1eBaHNI Ye10BeKa MO3BOJIsSAeT pa3pa-
O0arbIBaTh Oojiee d(PPekTUBHBIE JIEKAPCTBEHHbIE NMpena-
paThbl.

Co31aHne MCKYCCTBEHHBIX OPraHHM3MOB HJIH MO-
AeJbHBIX KYJbTYP KJIETOK, 0aKTepuH W BHPYCOB NO03BO-
JINT YCKOPUTH MOUCK (CKPMHHHUHT) HOBBIX JIEKAPCTB, U3Y-
YyaTh B3aMMO/IeiiCTBUSI NIPENapaToB, MOAEeJIbHBIX YeJ0Be-
YeCKHUX KJIETOK M BO30yauTesieH 3a0ojeBaHuil B j1abopa-
TOPHOM cpexe.

1. KiteTKku 4ejioBeka pas-
MHOKAI0TCH JeJIeHHEeM.

2. HopmajabHble KJIeT-
KM He MOIYyT AeJUTHCH
0e3 orpaHM4YeHUH - Mpo-
rpamMmmpyemMasi  KJeToY-
Hasl CMepPTh WM anoNTo3
OCTAaHABJNBaeT  0ecKo-
HEYHOe JIeJIeHHe.

3. Y pakoBbIX KJIETOK Ta-
KOr0 OrpaHNYeHHs HeT.
4. BbeckoHTposbHOE Je-
JIeHHe KJIeTOK NMPUBOIUT
K 00pa3oBaHMIO OIyXJIH.
Bce HauMHaeTcs: ¢ OHOM
KJIETKH.

5. YeJioBek 00J1eH...

Cytosine? '

Pak mo:keT ObITH BbI3BaH Iie-
pepoKIeHueM BCero OAHON KJIeT-
ku. Hu onqHa U3 cOBpeMeHHBIX Tex-
HOJIOTMH He IMO3BOJIAIT NMOHATH Ka-
KO MMEHHO U Mo4eMy...



NepcoHanbHaa MeanLUMHA

CoBpeMeHHasi MeTUIIMHA OCHOBAHA B OCHOBHOM Ha CTaTH-
cTHYecKkHuX JaHHbIX. HazHaueHue JieyeHusl, X0 NPOTeKaHus 00-
JIe3Hel onpeessIlOTCS CPABHEHHEM COCTOSIHUSA 00JILHBIX C paHee
U3BeCTHHIMU JaHHbIMH. Ho yacTo Tpedyercsi coBeplIeHHO UHOM
MOAXO0J B Ka’KA0M KOHKpPeTHOM ciay4dae. Hannume B pacnopsixe-
HHMHU BpavyeH J0KAa3aTeJbHOr0 MeTOAa IS HA3HAYEHUs] MHIHBU-
AYAJbHOIO JieYeHHs NMO3BOJIUT U3JI€YUTh MHOTHX JIIO €.

OtnesqbHOE HanpaB/eHHe NMEPCOHATBHON MENIMHBI — JIe-
YyeHHe HA OCHOBe reHeTH4ecKoil MH(opmanuu (MoxkeT 1aTh Bepo-
SITHOCTh BO3HHKHOBEHHSI TOTO0 WJIM MHOTO 3a00/1eBaHus B Oy1y-
1IeM) U JIeYeHHe Ha OCHOBe JaHHBIX 00 IKCIpecCHH reHoB (Ipo-
1eCC OT CYMTHIBAHUA HH(OPMALMHU 10 MOJTyYEeHHs IPOAYKTOB B
KJIETKe HA OCHOBe 3TOi MHGOpManuM) B HACTOSIIIIHIA MOMEHT.

IHosny4yenne nHpopManuy 0 reHETHYECKOM MOC/Ie0BATEIb-
HOCTH JIIOJEH IO3BOJISIET CO31aBAaTh TaKHe KOHEYHbIe NMPOAYK-
Thl, KAK PEKOMEHIAllUM M0 00pa3y »KU3HH, OCYIIECTBJISTH MOA-
00p J1eKapCTBEHHBIX NPENapaToB U UX J03MPOBKH, CO3JaHUE UH-
AUBHAYAJBHBIX XMMHYECKHX, OMOXMMHYECKHX MJIM TeHeTHYe-
CKHX IIpenaparos (HanpuMep, reHeTH4YecKasi Tepanus), MHAUBH-
AyaJibHOE JIeYeHHEe OHKOJIOIrH4eCKHUX 3200/IeBaHUI M APYIrUX 3a-
0o/1eBaHUM, CO3JaHHE KAaK MHIAMBHAYAJIbHBIX, TAK H MACCOBBIX
BAKIMH U CHIBOPOTOK OT BHUPYCHBIX H 0aKTepHaJIbHbIX HH(EK-
M.

Mmuorue 3a200/1eBaHHsI BLI3BaHBLI HE TOJBLKO OIIHOKAMM B
reHeTHYeCKOM KoJie, HO M MHTeprnpeTanuei 3Toro Koaa npu pa-
0oTe ero B KjJeTkax opranuzma. Croaa MOXKHO OTHECTH METWIHU-
poBanue JTHK, pacnonoxenne JJTHK B xpomocomax u apyroe.
YacTo dnureHeTHYeCKHe M3MEHEHUsI HOCAT CTPOro MHIUBHUIY-
AJIbHBIX XapaKTep W MOJHOUEHHON CTATUCTUKH W WHCTPYMEH-
TOB JJIS AMATHOCTUKH JMHUIeHEeTHYECKHNX 3200/ IeBaHUN HA JaH-
HbIIi MOMEHT He CylIeCTBYeT.

BuorexHonorus

MMonyyenune uHGopMauuu 0 reHETUYECKON MOCIeA0BATEILHOCTH KUBBIX OP-
TAaHM3MOB YK€ B HACTOsIIIlee BpeMsl HCIOJIb3YeTCsl B CeJIbCKOM X031iicTBe U OMoTex-
HOJIOTHH, TeHeTHYECKOH MHIKEHEPHH.

IT0 co31aHNE HOBBIX COPTOB MPOA0BOJbCTBEHHBIX U TEXHUYECKHUX KYJBTYP C
HOBBIMM XaPaKTEPUCTHKAMHU, Pa3BUTHE OTPACIH OMOTOIJIMBA (HANpUMep, CO3/1a-
HHE KYJbTYP c 00Jiee BLICOKHM COJIep:KaHHeM caxapa [Jisl MoJyYeHusl OMOTOILIN-
Ba), NepepadoTKH 0TX0A0B (0TX0Abl OPraHUYECKOr0 MPOMCX0KIEHUS, TUKBHIALMNS
MOCJIeICTBUI Pa3/iuBOB He(pTH, O0pHOA ¢ 32a00/1eBAHUSIMH KUBOTHBIX U PACTEHUI,
co3aHHe HOBBIX KYJBTYP APOk:Keld M OakTepHii Ais pa3iMYHBIX OMOTEXHOJIOTHU-
YeCKHX MpoieccoB (HanpuMep, MorydeHue KOPMOBBIX 0€JIKOB, YBeJMYeHHE BbIXO-
aa OmoTonIMBa, 0ojiee 3 dpeKTUBHAS NePepadoTKa 0TX0A0B, CHHTE3 OPraHu4YeCcKUuX
MATEepPHAJIOB M T.1.), HOMCK HOBBIX F€HOB C He ONIMCAHHBIMYU PaHee CBOMCTBAMM LISt
NpUMeHeHUs1 B 0MOTEXHOJIOT UM, CO3aHNe KYJIbTYP KJIETOK U 0aKTepuii CHHTE3UPY-
IOIINX Te WJIH MHbIE JIeKAPCTBEeHHbIE NMPenaparsbl.

Hay4yHble nccnegoBaHus

Co3nanue moapoOHOiIl 0a3bl MO TeHeTHKE OHKOJOTMYeCKHX 3a00./1eBaHMI.
Kinaccndukanus Bcex BUI0OB PaKa 0 reHeTHYeCKUM MPU3HAKAM.

MHorue 0MOLEHO3bI MPEACTABJIEHbI OTPOMHBIX KOJIMYECTBOM OaKTepuid, B3a-
HMOJEHCTBYIOIIUX APYT € IPYTroM (HanpuMmep, FOPU30HTAJIbHBIH EPEHOC T€HOB), TO
HX TPYAHO PACCMATPUBATH KaK OT/eJIbHble OPraHu3Mbl U TPedyeTcsi KOMILIEKCHbII
MOAXO/ JIS aHAJIU3a MoA00HbIX cucTeM. Hanpumep, MeTareHoM 0akTepuii KMie4-
HHKA 4YeJIoBeKa, M0YB U T.].

IMoTreHnuabHbIE OTKPBITHSI HOBBIX MOAM(PUKANMH HYKJIEOTHI0B.

Nnoe penartb?



Jusi ocylecTBIeHUs] CeKBEHHPOBaHHs 00JILIINX I'eHOMOB (HAampumep, 4e-
JIOBEKA) HA OCHOBE ONMCAHHBIX PUHIUIIOB HEO0XOAUMO CO31aHUE CEKBEHATOPA C
BBICOKOW NPOM3BOAUTEIbHOCTHIO.

Taxkoii cekBeHaTOP 10/1KeH CeKBEHUPOBATH 00/IbIIOE YHCJI0 MOJIEKYJI IapaJ-
JIeJIbHO, 00ecneYynBaTh nepeMenieHue Mojaeky.1. /st 3Toro Heo0xoaMMo Onepupo-
BaTh OTAeJbHBIMH MoJieKyJ1amMu U MaccuBamu Mogekya JJTHK u PHK ¢ nyxHoi
BOCIIPOM3BOAUMOCTBI0O H TOYHOCTBHIO. T.e. HY’KHO cO31aBaThb He0OXOAUMbIEe KOH-
CTPYKIMHM H CTPYKTYPBI ¢ pasMepaMu Oau3kumMu K pasmepam moJiekya JHK u
PHK.

910 MHUKPOKaHAJbI, KOCTPOBKW» MeTaJlJia Jisl YCUJTICHUSA KOMOMHALIMOHHOIO
paccessHUA 32 CUET NMOBEPXHOCTHOI'O MJIA3SMOHHOI'0 p€30HAHCA U T.1.

Jnsi BbIMOJIHEHUSI TAKOW 3aJa4M He00X0JUMO HCHOJIb30BAHHE TEXHOJIOTMI
COBPEMEHHOI MHMKPOJIEKTPOHUKHM U UHTErpauus UX € TEXHOJOTHSIMH MOJIEKY-
JISIPHO# OMOJIOTHH.

T.e. B paMKax 3TOr0 NpoeKTAa IJIAHUPYETCH CO3AaHNe CTIEIHATU3UPOBAHHBIX
yunos 11 cekBeHupoBanus JIHK u PHK mMeTonamu cnekrpockonuu kKoMm0uHanm-
OHHOI'0 paccesiHUsl CBETA.

3esleHOrpaCKNii HAHOTEXHOJIOTHYECKHI LIEHTP B CHJIYy CBOeil creluajimu3a-
MU 00J1a1aeT He0OXOAMMBIM ONBITOM, KOHCTPYKTOPCKUMH U NMPOU3BOICTBEHHbI-
MU MOIIHOCTSMU I co31aHuA Takoro yuna u ceksenaropa JJHK u PHK na ero
OCHOBeE.
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