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Tema 1

MYTAIUU U TOJIUMOP®U3MBbBI. PABOTA
C HNOCJIEJOBATEJIBHOCTAMUAU
HYKIIEMHOBBIX KHUCJIOT

1.1. ITorck HYKJICOTHIHOM MOCJI€A0BATEILHOCTH I'eHA
(ma mpumepe rena CALR)

Teopernueckue cBeIeHUA

B konIe mpomioro u Hayaue TeKyIIero CTOJIETHS T'€HOM YelOBeKa ObLI
pacmmdpoBaH U j1s1 OOJBITMHCTBA XPOMOCOM OBLITM COCTABJICHBI ITUTOTCHETHYC-
CKue KapThl. Bcro momydeHHyr0 nH()OPMAITUI0 MOXKHO TIOIYYHUTh TIPY OOpaIeHUH
K COOTBETCTBYIOIUM 0a3aM JaHHBIX. ['€H — CTpyKTypHas U (PyHKIIMOHATbHAS
€IMHUIIA HACJICICTBEHHOCTH KUBBIX OPraHM3MOB. Ha cerofHsAuIHmil 1eHb U3BECTHO
MPUMEPHO 25 ThIC. TEHOB, KOTOPBIE KOJUPYIOT HHPOPMAIUIO O CTPYKTYpe OETIKOB
u PHK B renome denoBeka. ['€H COCTOUT U3 MOCIEN0BATENBHOCTH HYKJIEOTH IOB:
aaenuHa (A), Tumuna (T), ryanuna (G) u muro3una (C). [louck HyKI€OTHIHOM
MOCJIEIOBATEILHOCTH I'eHa — HEOOXOAUMBIN 3Tarl padoThI JHO00r0 CrenuaiicTa,
paboTaroiiero B 00J1acTi MOJEKYJISIpHONH Ouosioruu. YMeHue paboThl ¢ mocie-
JIOBaTEJIbHOCTHIO T€HAa HYXHO, HalpuMep, IpH Moadoope MmpaiMepoB € ILEbIo
JanbHeWel oneHku uHrepecyomero ¢parmenra JJIHK Ha nmpenMer Hammawms
MYTaIi WA KaKUX-IH00 crienu(pUuIecKrux Mociae0BaTeIbHOCTEN B TeHe (Ipo-
MOTOPBI, CTOI- U CTAPT-KOAOHBI, MOJIMA-TIOCIEA0BATEILHOCTH U JIP. ).

Hwxe npuBenen nmpumep TexX AEUCTBHM, C IOMOLIBIO KOTOPBIX MOXHO
HAWTH MOCIE0BATENbHOCTh MHTEPECYIOIIEro HAC TeHA.

Xoxa padoTsl

3aittu Ha caiT 0a3sl NCBI. B neBoM okHe BbiOpath «(Geney», B IpaBOM
OKHE HaIlMCaTh OOIICTIPUHATOE Ha3BaHWE HY)KHOTO I'eHa Ha aHTJIUICKOM S3BIKE
(manpumep, CALR) u knuknyTh «Search» (puc. 1.1).

B okHe OyayT moka3aHbl CChIIKHM HA TAHHBIN T'€H JJIs1 Pa3HbIX OPTaHU3MOB
u ux ID. Taxxke 31ech yKazaHbl HOMEP XpPOMOCOMBI, HA KOTOPOU JIOKAJIU30BAaH
JAHHBIM TeH U HOMEpa HYKJIEOTHUJIOB, COOTBETCTBYIOUIUX PACIOJIOKEHUIO TeHa
Ha 3TOi Xpomocome. B wactHocTH, BeIOMpaeM BapuanT reHa CALR s uenose-
ka (Homo sapiens (human)). ID sToro rena B reHome denoBeka — 811. Homep
XpOMOCOMBI, Ha KOTOpPOM pacrosioxkeH reH, — 19. Homepa HyKI€oTHIOB TeHa
B xpomocome: 12938600—12944490. Ho nipu paboTe ¢ 3TOM HyMmepaiuei 00s3a-
TEIbHO HY>KHO YUUTHIBATh, YTO OHA COOTBETCTBYET OIPEACIICHHOMY HOMEPY CH-
kBeHca naHHoil xpomocoMbl (NC). Tak, B IpuBeICHHOM NPUMEPE BAPUAHT CUK-
BeHca —31o NC_000019.10.
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ITocnenoBaTeIbHOCTh UCKOMOTO T€HA JIaHa B BHJIC TIEPEYHS HYKJICOTHIOB
toabko oaHou nenu JIHK B HanpaBinenuun 5°—3°. HykiaeoTuapl npeacTaBieHbl
o 10 mT. B KaxJ10M cToi01e ¥ 1o 6 cTONOIOB B KaxI0H cTpoke. Hymeparus
HYKJICOTHJOB CKBO3HAasi, HE3aBUCUMO OT MeCTa PaCMOJIOKEHHUSI CTapTOBOrO KO-
JIOHA ¥ Hayajia 3K30HOB U HHTPOHOB.
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