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MpeaucnoBue

«[eHOM uesioBeka» SIBJSIETCSl KPATKOMl CBOIKOI OCHOBHBIX (haKTOB O
reHax yesjoBeKka, O TOM, KaK OHM 3KCIPEeCCUPYIOTCSl, KaKk MyTaluu
MPUBOASIT K TMPOCTHIM WJIM CJIOXHBIM HapylICHUSIM, U O TOM, KakK
OBICTpbIC JOCTHMKEHMSI B HallleM TTIOHMMAaHUM TeHOMa YeJloBeKa BJIsI-
0T Ha TMPaKTUYECKYyI0 MEIMIMHY. DTa KHUra OyaeT moJjie3Ha JIOIsIM,
3aHUMAIOIIMMCSl HAyKaMU O 3[I0pPOBbE Ha BCEX YPOBHSIX, OT CTY/IEHTOB
JIO COCTOSIBIIMXCST TTPO(DECCHOHAIOB, KOTOPHIE XOTeIM Obl PacIIuPUTh
CBOM 3HaHMS O TeHETHKe YeloBeka 6e3 0coObIX 3aTpaT BpeMeHu. «[e-
HOM YeJIOBEeKa» OKaXXEeTCSl TAaKKe XOPOLIWM JOTOJHUTEIbHBIM yueO-
HBIM MMOCOOMEM Ui TeX Pa3HOOOPa3HbIX YHUBEPCUTETCKUX KYpPCOB,
IJIe OCHOBHOI TEKCT C HEIOCTaTOYHOU ITyOMHOI OCBelllaeT TeHETUKY
YyesoBeKa.

OTa KHUTra MpeAroaraet, 4To Bbl YK€ MPOIIIM BBOJHbIE YHUBEP-
CUTETCKME KypChbl MO OMOJIOTUM WJIM, MO KpailHed mepe, Bbl 3HaeTe
ocHOBHbIe (hakThl 0 TeHax, JIHK, 6enkax u 1.11. Eciiv Bbl He yBepeHbI,
YTO 3Ta KHUIa UMEHHO TO, YTO BaM HYXHO, TO MOMbITAUTECh MPOBE-
pUTDH ce0s1 C TTOMOILIBIO CJIEAYIOLIETO0 KOPOTKOTO TecTa:

1. 3akonsl Menaens Oblmy HanucaHsl 2500 JeT ToMy Ha3an MUC-

tukamu CpemHero BocToka, KOTOpbIe KWIKM B TIeIEpax.

2. Yorcon m Kpuk — 3T0 mapa M3BECTHBIX KOMUKOB, KOTOPBIE
CHUMAJIMCh BO MHOTUX KMHOKoMenusax B 1940—1950-e rompl.
AT® — 310 Bemylasl TeJIeKOMMYHUKAIIMOHHAS KOMITAHMUSI.

4. XpoMOCOMBI pa3IMyaroTCsl LIBETOM, Harpumep, X-Xpomocoma —
po3oBasi, a Y-XxpoMocoma — rojyobas.
5. Meiio3 — 310 OOJIE3HDb, MEPEAAIOILIASICS OJOBBIM ITyTEM.

[O8)

Ecmu BBI 3amyMavich Ha HECKOJIBKO MWJUIMCEKYH, 3aCOMHEBaB-
IIUChH B JIOKHOCTU 3TUX YTBEPXKICHWIA, TO Bbl MOXETE HE YUTATh 3Ty
kHury. Ecam xe Bol Ha Bce 100% crpaBUINCh C 3TUM T€CTOM, TO BBI
MOXeTe 3arjIsTHYyTh B KOHEIl KaxkIOi TJIaBbl U MPOUUTATh UX pe3loMe.
Ecnm BBI penmmTe, 4YTO BaM XOPOIIO M3BECTHBI OCHOBHBIE CBEICHUS O
reHax M MX DKCIIPECCHM, M3JIOXCHHBIE B IaBe 1, — He Oema: mpocTo
IIPOITYCTHUTE TO, C YEM XOPOLIO 3HAKOMBI, ¥ MIEPEXOANTE K TEM pasie-
JlaM, KOTOPBIE XOTEJIOCh ObI MTO3HATh WM OCBEKUTH B MaMsATH. BroJ-
HE BO3MOXKHO, 4TO BbI HaliZIeTe 3IeCh MHOTO IOJE3HOrO sl ceOsl.



OT usparenncTBa

ABTOp, peaKTOPbl U U31ATEIBCTBO MPEANPUHSIIIN MAKCUMYM YCUJIUIA,
YTOOBI TIPENCTaBUTH 1O BO3MOXKXHOCTH KOPPEKTHYIO MHGbOpPMAIIUIO.
OpnHako OHM HE HECYT OTBETCTBEHHOCTH 3a OLUIMOKM, YMYLICHUS WU
JII00bIE Ipyrve HEeI0YeThl, OTHOCSIIMECS K MCIOJIb30BaHUIO YUTaTe-
JIAMU COAepKaHUS TaHHOW KHWTU M K YIOTPeOJeHUIO OMMMCAHHBIX B
KHUTE IMPOAYKTOB. B TekcTe yrmoMmHAIOTCSI M OOCY:KAAIOTCs JieKap-
CTBEHHBIC TIperaparbl W ApyrMe MeIUIIMHCKUE CPEeACTBa, KOTOPbIE
moryT umeTh peryaupyemoe FDA (Food and Drug Administration)’
OTrpaHUYEHHOE MPUMEHEHUE MCKIIOUUTEIbHO Il JaOOpaTOPHbIX MC-
CJe0BaHMI M KIMHUYECKUX UCTIbITaHuii. MHbopMalius o JekapcTBax,
Mpe/CTaB/IieHHAs] B TEKCTe, U3BJeUeHa U3 JUTePATYPHbIX UCTOUHUKOB,
HEJlaBHO OMYOJMKOBAHHBIX JAaHHBIX U OTYETOB O (papMaKoJoruyec-
KUX ucnbiTaHusx. MccnenoBaTtenu, MpakKTUKU-KIMHUIKMCTBI U Opra-
HbI TOCYITapPCTBEHHOTO KOHTPOJISI U PETYJIMPOBAHUS YACTO MEHSIIOT TTPU-
HSIThIE B JaHHOU oOsiacTu craHmapThl. Korma mpuHumaeTcs: pelieHue
HCTIOJIb30BaTh KaKOe-JIM0O0 JIEKAapCTBO B KJIMHUKE, TO 3a OIpeeieHne
TOTO, KaKOB B HAcTOsIIIee BpeMsl CTaTyC JTaHHOTO JiekapctBa B FDA,
OTBETCTBEHHOCTb HECYT Bpay WJIM YMTATEb-110JIb30BaTeNb. sl 3TOrO
OHU 00s13aHbI MTPOBEPUTH, COOTBETCTBYET JIM COMACPKMMOE YIMAKOBKHU
ee OMUCAHUIO, MPOYNUTATh MHCTPYKIIUIO MO IPUMEHEHHUIO JTaHHOTO Jie-
KapcTBa, peKOMEHJAMK MO JTO3UPOBKaM, MPENoCTepekeHUsI U Mpo-
THMBOIOKA3aHUsl W OLIEHUTb MPUEMJEMOCTb MCMOJIb30BaHUsI JaHHOTO
MPOAYKTa. DTO OCOOEHHO BaXXKHO B CJIy4yasix ¢ HOBBIMM WJIU PEIKO
MPUMEHSIEMBbIMU JIEKapCTBAMMU.

' B Poccum KOHTPOJIb 3a JIEKAPCTBEHHBIMU CPEICTBAMM OCYILECTBIISIIOT Opra-
Hbl MUHMCTEpPCTBA 3APAaBOOXPAHEHMSI M COLMAIBHOTO pa3BuThs Poccuiickoit
®enepanuu. Cm.: http://www.mzsrrf.ru/. 3nech U gajiee IpuM. Tep.



NNNABA 1

ECTECTBEHHAA UCTOPNA
FEHOMA 4HEJIOBEKA

MpbI XX1MBEM B 9py 3aXBaThIBAIOLIETO IyX Mporpecca B 00JacTh reHeTH-
KU 4yejioBeka. Drta apa — 3pa FeHOMUKM — BpeMsi, Koraa mocjaenoBa-
tesbHOcTh JIHK B reHoMme yenoBeka onpeseseHa MOYTU MOJHOCTHIO,
BpeMsl, KOTJla aHaJU3UPYETCsl POJIb ThICSIY TEHOB YeJIoBeKa B HOpME U
npu 6ose3Hsx. Hactynaet BpeMsi, Korna usydeHue HeOOJbIINX Bapu-
alMii BO MHOIMX TeHax MpUBENeT HAC K WMHAMBUIYAIU3UPOBAHHOM
MeAUILIMHE, BpeMsi, Koraa OyIyT BbISIBJICHbI TeHETUYECKHE OCHOBBI 00JIb-
IIMHCTBA BPOXIACHHBIX aHOMAJIUM, U BpeMsl, KOTJla CpaBHEHUE TEHOB
YeJIoBeKa W MPUMATOB BBISIBUT T€HETUUECKUE OCHOBBI YEJIOBEUECKOM
VHUKAJIBHOCTH. DTO BpeMsI MOCTOSSHHOTO 3MOLMOHATBHOTO BO30YX-
JEHUST U 11 TeX, KTO y9acTBYeT B OTKPBITHSIX HETOCPEICTBEHHO, U
JUIST TeX, KTO y4acTBYeT OMOCPEIOBAHHO, MPUMEHsISI OYPHBIA MOTOK
HOBBIX 3HAaHMI K BpaueOHBIM cdepam AesTeIbHOCTH.

OG6wias xapakTepucTuka reHoma

CIlloBO «reHOM» OTHOCUTCS K obiieMy coaepxkanuto JJHK y manHoro
BMJIA, BKJIOUasi reHbI U BCio ocTtanbHyo JIHK. OnHako eerom ectb HeuTo
OoJblliee, YeM BbIpaxkeHue st obo3HaueHus: koiauuectsa JIHK; korma
MBI TOBOPUM O T€HOME, B JIECTBUTEIILHOCTA Mbl MBICJIUM B TEPMUHAX
nHdopManroHHoro coaepxkanusi. Conepxxanve JIHK B kinerkax ueno-
BeKa SIBJISIETCSl JOCTATOUYHO CTaHAAPTHBIM Ul MJICKOTUTAIOLIMX U CO-
CTaBJIsIeT TIPUMEPHO 3 MWJUTMApIa Tap HYKICOTUIOB B 3apOJIbIIIEBBIX
(TIOJTOBBIX) KJIETKAX (eanioudnwii eeHom) VA TIPUMEPHO 6 MUWLIMAPIOB
Map HyKJI€OTUIOB B OOJIBIIMHCTBE COMATMUECKUX KJIETOK (Ounaoudmvti
eenom)' . TlocneaHuii S5KBUBAJICHTEH MPUMEPHO IIECTU MUKOTpaMMaM
(6-1072 1) IHK, uTo cocrapisieT mpumepHo aomo B 10712 ot Macchl comn
B yYaiiHoOI1 Jloxkke. Pa3mep reHoMa y CjioHa M MBbIIIK MPYMEPHO TaKOi
Ke, MO3TOMY TOT (haKT, YTO MbI CITOCOOHBI OOIIATHCS U MUCATh HA ThICS -

! 3a pybexkoM (a 3ayacTyio M y Hac) JUIMHY rocienoBateabHocteir JJHK n3me-
PSIIOT YMCJIOM Tap OCHOBaHWi (COKpallleHHO: I1.0. WK bp).



@ Thaea 1. Ecmecmeéennas UCMOopUsA eeHoMAa 4enoeeKka

Yax sI3bIKOB, CO3[aBaTh KOMITbIOTEPbI, MOCHLIATH PAKEThI B TITYOMHBI KOC-
MOCa M 3aHUMAThCSI BCSIKOTO pojia MO3HABATEIbHOI IESITeIbHOCTBIO, YETO
HE MOI'YT JOCTMYb Ipyrve MJIEKOIUTAIOLLME, JOJDKEH ObITh CIEACTBUEM
pazInunii B OTHOCUTENIbHO Hebosibiioi yacty Haieir JJHK. Mnentu-
(ukarysi reHeTUYeCKMX OCHOB YHMKAJIbHOCTH Halllel YeJI0BeueCKO aHa-
TOMUU, (PU3MOJIOTMH, TIOBEJICHMS U TIO3HABATEJILHBIX CITIOCOOHOCTEN Oy-
JIeT OMHWM M3 BeIMuaimx HaydyHbIX npukimoueHuin XXI Beka. Ho
TIPEKIe BCErO MbI JIOJDKHBI 3aBEPIIUTh KaTaJIOTM3aliio TeHOB YeIoBeKa
U TIOHSTh, KaK OHU YYacTBYIOT B HOPMaJIbHOM Pa3BUTUM M OOMEHE Be-
1ecTB (MeTabonm3me). Dra nHbopMalKs, TOMOJIHEHHAs UCUYepIIbIBalo-
IIMM KaTaJIOroM HOPMAaJbHBIX M aHOMAJbHBIX TeHETUUECKMX BAPMAHTOB,
OCHOBATEJIbHO TMOBJIMSIET Ha KIMHUYECKYIO METUIIMHY.

Kax renerunueckuii matepuan JJHK Obuia uaeHTHdULIMpOBaHA B
1944 r., xorna Oepu!, MaxJleon? 1 MakKapTtu® nokaszanu, yto ¢e-
HOTHUIT OaKTepUM MOXKHO M3MEHUTb, €CAM KJIETKM OJHOro IlTaMMa
obpaborarb [IHK npyroro mramma, Ho He ero Oeinkom wmiau PHK.
B 1953 r. Yorcon* u Kpuk® BeIBe M AByXCIMpaibHyto cTpykTypy JHK,
B KOoTOpoi1 mapsl ocHoBaHuil A=T (ageHuH-TuMuH) U1 G=C (ryaHuH-
IIMTO3WH) PaCITOJIOKEHBI MEXIy HUTSIMU, M TaKash MOJIEKYJsSpHast
MoOJIieNTb cpa3y OOBSICHWIA KaK KOIWPOBAaHWE TE€HETUYECKOM MHOOP-
Malli¥, TaK U PeTUIMKALIMI0 TeHETMYECKOTo MaTepurana’.

3agonro mo toro, kak JIHK Oblia mpu3HaHa reHeTUYECKMM Mate-
pUaJIoOM, C TOMOIIBIO CBETOBOIO MUKPOCKOMNA ObUIM M3YYeHbl XPOMO-
cOMBbI Oyarogapsi TOMy MPEUMYILECTBY, UTO B MeTadase — LeHTpalb-
HOW CTaliuyd MUTOTUMUYECKOTO AEJIEeHMSI KJIETKM — XPOMOCOMbI CHUJBHO
KOH/IEHCUPOBaHbI U (PU3NYECKU OTAENeHBI APYT OT apyra. Ha 3ape uu-
TOTEHETUKU ObUIO MHOXKECTBO HeJOpa3yMEeHUIl KacaTelbHO OOIIero

' OcBanbn Teonop Dlit|sepu (Oswald Theodor Avery [21.10.1877 — 20.02.1955] —
ypoxeHell KaHanpl, aMepuKaHCKUil Bpay, OAKTEpHOJIOT, OAMH M3 OCHOBaTe-
Jiel UMMYHOXMMUHM M OIMH M3 MEPBBIX MOJIEKYJISIPHBIX OMOJIOTOB.

2 Komua Mynpo MakJleon (Colin Munro MacLeod [28.01.1909 — 11.02.1972] —
KaHaJICKO-aMEPUKAHCKMIA TEeHETHUK.

3 Maxsma MakKaprtu (Maclyn McCarty [09.06.1911 — 03.01.2005]) — amepu-
KAHCKUI TeHETHK.

4 Ixeiimc [pion Yorcon (James Dewey Watson [p. 06.04.1928] — omuH u3
HanboJiee BIMSITEIbHBIX aMEPUKAHCKUX MOJICKYJISIPHBIX OMOJIOTOB.

> ®pencuc Xappu Komnron Kpuk (Francis Harry Compton Crick [08.06.1916 —
28.07.2004]) — aHmmMiicKuii (UMK M MOJICKYJISIPHBII OMOJIOT.

¢ Konmu kimaccuueckux crateir Osepu — MakJleoma — MakKaptu u YorcoHna —
Kpuka cBo6OHO HOCTYMHBI Ha caiitax: http://www.nature.com/nature/dna50/
archive.html u http://www.exploratorium.edu/origins/coldspring/printit.html.



Obwas xapakmepucmuka eeHoma J

qucjaa XpoMOCOM B KJeTKax yesoBeka. He Tak-To jierko ObUIO MOJTy-
YUTb MemaghasHylo naacmuHKy XOpolllero KayecTBa (T.e. Takoil pas-
OpoC XpOMOCOM Ha MPEIMETHOM CTeKJIe, YTOObl XPOMOCOMbBI U3 OJHOM
KJIETKM OBUTM BUIHBI OTIEIBHO OPYT OT Apyra)'. B Te BpeMeHa xpomo-
COMBI Ha Mpernaparax BbIISIEAM KakK JOBOJbHO GechOpMEHHbIE TeM-
HbIE CTYCTKM M 4YacTO TEepeKpbIBAIM APYT Apyra. MI3BecTHbIN LIMTOIOT
Teodunyc TleitnTep?, U3ydast CrIepMaTOLIMTHI, TIpuinesa B 1923 T. K BbI-
BOdy, UTO y uejoBeka 48 xpomocom’. Dra mu@dpa He MoABeprajach
coMmHeHmio nouty 30 yier. MHoro mosxe ObUT pa3pa0doTaH METOII IOJTy-

/v
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Puc. 1.1. MeradaszHas 1acTUHKA KapUOTUIIA HOPMAJbHOIO MY>KUM-
HBI ¢ okpackoii mo I'mmae. (C mo6e3Horo pasperenus: David
Peakman, Reproductive Genetics Inc., Denver)

' B oTeueCcTBEHHOI JTUTEpaType TEPMUHOM Memadgpasras niacmunka (metaphase
plate) o6o3HayarOTCSI KaK CKOIJICHUE XPOMOCOM B IIOCKOCTH, TEPIIEHINKY-
JIIPHO# OocH NeJieHusT (9KBaTOpUalibHasl TUTOCKOCTh) Ha CTanmuu MeTadasbl Te-
pel HayajioM aHatha3HOTO PACXOXICHMsI, TAK U CKOIUIEHHUEe XPOMOCOM Ha IU-
TOTEHETUUECKUX TperapaTax, HabmonaeMoe Mol MUKPOCKOITOM TIOC/Ie pa3pbiBa
Ki1eTkn (metaphase spread).

2 Theophilus Shickel Painter [22.08.1889 — 05.10.1969] — amepukaHcKuit 300-
jior v umrojor. Onucan (1933 r.) «ruraHTckue» (MOJUTEHHBIE) XPOMOCOMBI B
CITIOHHBIX 3KeJle3aX JIMYMHOK APO30(HIIbI ¥ MPOBET Ha HUX M3YYEHUE XPOMO-
COMHBIX TIEpPecTpoeK M KOHBbIoraluu xpoMocoM. OIHMM M3 MeEpBBIX TPOBEI
aHaJIN3 XPOMOCOM YeJIOBEKa.

3 YIuBUTENbHO He TO, uTO [leitHTep O1mmMOCs, HO YTO MCIOJIb3Ysl HECOBEPIIEH-
HYIO TEXHUKY, OH 0Ka3aJiCsl CTOJIb OJIM30K K MPaBWJIBHOMY OTBETY.
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YeHMs pa3OyXIlMX KJIETOK B TMITIOTOHMYECKMX pacTBOpax (pacTBopax ¢
HU3KOW MOHHOW CUJIOi), a Apyrue McciefoBaTe I OTKPbIIM BELIEeCTBa,
CMOCOOHbBIE OJOKUPOBAThL JIeJIeHWE KIETOK (MU BbIpALMBAHUW HX B
KYJIBType) Ha cTanuy MeTadasbl, M TAKKMM 00pa3oM CHIIBHO YITPOCTHIIOCH
MoJTydeHre OOJIbIIOrO KOJIMYECTBA HEOOXOAMMOTO 3KCIEePUMEHTATIBHO-
ro MaTepuajia. DTH JIBa TEXHUYECKUX HOBIIECTBA PE3KO MOBBICUIIN Kaue-
CTBO XPOMOCOMHBIX TIPETapaToB, W ¢ UX UCTOIb30BaHKeM B 1956 T. yue-
HBIE TIOJTYIMJIM HECOMHEHHBIE TOKa3aTeIbCTBA TOTO, YTO UCTUHHOE YUCIIO
XpOMOCOM Y uesioBeka 46'. Hain nurionaHbiii reHoM oopMIIEH B BUIE
23 nap xpomocom, pazMep KOTOPBIX BapbUpyeT OT 45 MWIIMOHOB Tap
HYKJICOTUAOB JI0 IpuMepHO 280 MWLUIMOHOB Map HYKJIeOTHIOB. MX HUX
22 mapbl — aymocombt Vi OJIHA T1apa — HO106ble XPOMOCOMbL.

Bonee noapobHas kinaccudukanus, Kotropyto paspadboranu B 1940—
1950-x rr., OblJIa OCHOBaHA HAa PACIIOJOXEHUU HEHmpomepbl — XPOMO-
COMHO CTPYKTYPbI, K KOTOPOI MPUCOEAUHSIIOTCS HUTU MUTOTUYECKO-
ro BepereHa. LleHTpoMepbl MOTYT pacrojiaraTbCsi MO0 MPUMEPHO
TocepeiHe XpOMOCOMbBI (Memauempuyeckue), 1100 3aMETHO OJIKe K
OTHOMY M3 KOHIIOB XPOMOCOMBI, YeM K IpYroMy (cyomemauenmpuuec-
Kue), WIK OYEHb OJIM3KO K OIHOMY U3 KOHLIOB (@KpoueHmputeckue).
XpoMocoMBI YeloBeKa TPYIITUPOBAIM Ha CEMb KJIacCOB, COIJIACHO MX
pa3Mepy M pacroOXKEHUIO [IEHTPOMEDHI.

3HaYNTENIbHBII TIporpecc ObUT JOCTUTHYT B 1960 1., Korma ObutH
pa3paboTaHbl METOMbI OKPAILMBAaHUSI, KOTOPbIe MO3BOJISIOT BbISIBISATD
Yyepeayrolrecs: CBET/Ible U OKpallleHHbIE MOMNepeyHble MOJI0Chl (IMCKHU,
«03HIBI») B MeTada3HbIX XpoMocomax. Hanbosee yacto ucnosb3yeTcst
cucTeMa oKpalluBaHusi, pazpadoranHas ['mmzoii’. Ero nms tenepsb yBe-
KOBEUYEHO B HA3BaHWU CaMUX OKPAIIEHHbIX JUCKOB, KOTOPbIE MPUHSITO

' ABTOpaMU 3TOTO 3MOXAJBHOTO JNOKa3aTeJbCTBA OBUIM SIBAHEIl KUTANCKOTO
nporicxoxaeHust muroreHeTuk Jxxo Xun Tmxuo (Joe Hin Tjio [1916—2001]) B
nepuon ero padotsl B YHusepcutere Jlynna (LLBeuust) u 1mBenckuii 60TaHuk
u reHeTuk Aboept JleBan (Albert Levan [1905—1998]).

2 Kaxmast mapa ayTocoM TpPEACTaBIeHA 20MOA02UMHbIMU, T.€. MOP(HOIOTHUECKU
WICHTUYHBIMU, 3K3EeMIUISIPAMU, W JIWIIb Tlapa TOJIOBBIX XPOMOCOM SIBJISICTCS
rerepoMopdHOIA.

3 I'ycraB 'mmza (Gustav Giemsa [20.11.1867 — 10.06.1948]) — HemeuKuit Xu-
MUK, Oakrepuosior u ¢dapmaieBT. Kpacurenabr ['MM3bl (pacTBop cMmecu asypa,
903MHA W METUJICHOBOTO CHMHEro B METaHOJe M TIMLEPUHE) eCTb He3HaYM-
TebHas Moaudukanus (modaBKa MIMIIEPUHA KaK CTaOWIM3aTopa) KpacuTes,
cocTaB KOTOPOTro pa3paboTaj pyCCKMil TepareBT, reMaToJIor U MaJsipUoJIoT
JOmutpuit JleonunoBuy PomanoBckuit [1861—1921]. [MosTomy ero HasbIBalOT
Takke kpacurtesneM (uiam pactBopoMm) PomanoBckoro — I'mmsbl.



Obwas xapakmepucmuka eeHoma @

COKpallleHHO Ha3biBaTh G-duckamu, a cam meton — G-memodom (nud-
(bepeH1IMaNTBHOTO OKpalIMBaHUSI XPOMOCOM). PUCYHOK («maTTepH»)
OKpalllMBaHUsl OKa3blBaeTCsl CHelMMUUHBIM JUIsl KaXI0il XpoMOco-
MBI, ¥ 3TO TO3BOJISIET BITOJIHE OAHO3HAYHO WAECHTU(MULIMPOBATH BCE
XpOMOCOMBI B MeTadasHoi IacTuHke. dusnmyeckas mpupoaa TeM-
HOTO M CBETJIOrO OKpalllMBaHWs IMOJOC IO KOHIIA He BBISICHEHa, HO
MMeET MECTO Ompee/icHHas KOPPESIs ¢ COCTAaBOM TeHOB. TeMHbIe
G-IMCKU OTHOCUTEILHO Oostee Ooratel mapamu ocHoBaHuiit A=T (ame-
HWUH-TUMUH), B HUX TOBOJBHO MajJO T€HOB, M OHU TIO3IHEE IPYTUX
peIMUMpPYIOTC B KieTouHoM 1ukie. CBetible G-aucku 6ojiee 000-
raieHsl napamu ocHoBaHnii G=C (ryaHMH-LIMTO3UH), coaepKar 00Jib-
1IYIO YacTh T€HOB M PEIIMLIUPYIOTCS paHbllie — B S-aze KIeTOUHOro
uukia (ocHoBHas cramus permmkauuu JIHK). O6Guiee comepxaHue
GC B reHoMe vestoBeKa cocTaBisieT 41%, HO OHO SIBHO HepaBHOMEP-
Ho: TemHBle G-mucku comepxar mpumepHo 37% GC, a cBemibie —
0KO0J10 45%. YBBI, MBI JI0 CUX TIOp HE 3HAaeM, UMEIOT JIU TH Pa3TINIusI
B COCTaBe 9BOJIOLMOHHOE MM (DYHKIIMOHAJIBHOE 3HAUCHUE.

B 1971 r. B Ilapmkxe cobpajicsi KOMUTET SKCIIEPTOB, KOTOPHIA pe-
KOMEHIIOBaJI TIPUITHCHIBATh XpOMOCOMaM HoMepa, HauMHas ¢ Ne 1 —
JUTST HauOOoJIbIIIeH XpoMOCcOMBbI M KoH4ast Ne 22 — mIsi HauMeHbIIei
xpomocoMbl. OHaKO IIUTOJOTMYECKAs TeXHUKA BCe ellle OCTaBalach
HECOBEPIIEHHO, 1 TOTOMY ObUTa AOMYylleHa HeOOo IbIasl OIIMOKa: Hau-
0oJIbIIMIET HOMEp 22 ObLI MPUITHMCAH TMPEANocieNHel U3 caMbIX Ma-
JIBIX XpOMOcoMe. B 1eiicTBUTEIbHOCTH 3Ke HauMEeHbILIEH SIBJISIETCS] XPO-
MocoMa 21. Tapuicckasn KoHpepenyus eéeaa makaice cucmemy Hymepayuu
Juckoe u OyKeeHHvle 0003HaAUeHUs: p — 045 KOPOMKO020 Naeua Kaxicoou
xXpomocomul U q — 045 0AUHH020 naedd. I1oJ0BbIe XpPOMOCOMBI HE HyMe-
pyloTcsi; oHM 0003HauaTes Kak X- U Y-xpoMocombl. CaMK1 MJIEKO-
MUTAIOLIUX UMEIOT IBe X-XpPOMOCOMBI, a CaMIIbl UMEIOT OAHY X- U
oIHYy Y-XpoMOCOMY. X-XpOMOCOMa MMEET CPeIHUI pasMep M Comep-
JKUT CpelHee YMCJIO TeHOB. Y-XpPOMOCOMa JIOBOJIBHO MajIeHbKasl; OHA
COIIEPKUT COBCEM MaJIO TEHOB, HEKOTOPBIE M3 KOTOPHIX HEOOXOMMMBI
JUTSL Pa3BUTHSI OpraHM3Ma MYKCKOTO I10JIa, HO B OCHOBHOM OHa Tpe/i-
CTaBJIEHA 2emepoxpoMamunom — TIPOTSDKEHHBIMU y4acTKaMH TIOBTO-
PSIIOIIMXCSI M BBICOKO KOHIEHCHPOBAHHBIX MOCIEI0BATEIbHOCTE, KO-
TOpbIe He KOAMPYIOT HUKAKUX OEJKOB.

IonHbIT HAOOP XPOMOCOM UeJIOBeKa Ha3biBaeTcsl kapuomunom. OObIu-
HO HOPMAJTbHBII KapUOTHIT YeJIOBeKa TIPUHSITO 0003HaYaTh Kak 46,XY —
It MyskarH 1 46,XX — st sxeHIH. C HeKOTOPBIMA aHOMAaJTbHBIMU
KapuOTUIaMK Bbl O3HAKOMUTECh B TJI. 2. Pesynbrar aHanuza metadas-
HOI IJIACTMHKM TOcJie oKpavBaHus mo G-metomy (MM KaKOMY-JTH00
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MHOMY METOJy) MOXHO HAIJISIIHO MPEJACTABUTh B BUIIE YIOPSIOUSHHOM
JMarpaMMBbl, KOTOPast Ha3bIBACTCsl #0uopammoi i kapuozpammoii'. inn-
orpamMma KapuoTHIIa YeJloBeKa MpencTapieHa Hike (puc. 1.2).

HHITL
T

?E’éﬁé%ﬁ@ﬁ%ﬁ

. I/IzmorpaMMa XpOMOCOM 4€JIOBEKA. HOKa3aHI)I NONepEeYHbIC

MHTEHCHMBHO OKpAllliBaeMbIe MOJIOCHI (TEMHBIC M CBETJIbIE),
HalJII0IaeMble TIPU MCITOJIb30BAHUM ABYX PA3JIMYHbIX KpacH-
teneit. [To: ISCN 1985: An International System for Human
Cytogenetic Nomenclature (1985): Report of the Standing
Committee on Human Cytogenetic Nomenclature. Eds: D
G. Harnden, et al. (c paspemenust S. Karger SG)

' Uouoepamma (idiogram), umi kapuoepamma (karyogram), — rpadpudeckoe (cxe-
MaTHuyecKoe) M300paxkeHue («packKiaaka») MUILIOMAHOrO Habopa XpoOMOCOM
TECTUPYEMOTO O0BEKTa, CUCTEMATU3UPOBAHHOE MO MHUKpodoTorpadusim my-
TeM ToA00Opa TOMOJIOTMYHBIX IMap M pacrpeieieHus: Mo MOp(hOJOruuecKUM
rnapamerpaM (pa3mepbl, COOTHOIIEHHE JJIMHBI XPOMOCOMHBIX TUIEY, Pacroyio-
JKEHUE BTOPUYHBIX MEPETSKEK M CIyTHUYHBIX JIEMEHTOB, JIOKaIM3aus aud-
epeHIMaTbHO OKpAIlEHHBIX 30H U APYTrue MpU3HaKM).
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B 1970—1980-¢ rr. B reHeTHKe Mpeobianaio MocTpoeHue U U3ydeHue
eenemuveckux kapm. OIHVM U3 IJIOJOTBOPHBIX MOAXOA0B ObUIO CO3/1a-
HUE 2uGPUOHBIX KAemOK, KOTOPbIE COAEPXKaIM TOJHBIA T€HOM IpbI3yHa
(MBI WA KPICHI) ¥ OIHY WJIM HECKOJbKO XPOMOCOM uesioBeka. Kor-
Jla y TaKoro KJIETOYHOTo r'vbpuia ynaBajoch WACHTUMUIIMPOBATH Crie-
1UIECKUIA TTPOIYKT reHa yesloBeKa Wik (hepMEHTATUBHYIO aKTUBHOCTD,
TO MOXHO ObUIO 3aKJIIOUMUTh, KakKasi U3 XPOMOCOM COJIEPXKUT COOTBET-
CTBYIOIIMIT TeH. BriociencTBuu Gyproe pasgumue mexwosoeuu pexomou-
Hanmuolx JIHK cdenano 603modcHbiM KAOHUPOBAMb 2eHbl 4eno6eKka. DTo
MO3BOJIMJIO TTPOM3BOAMTDL B KJIETKaX MUKPOOPTaHW3MOB HEOTpaHUYeH-
HOE€ KOJIMYECTBO HEOOJBILINX YYaCTKOB ((pparMeHTOB) TeHOMa YeIoBeKa.
B couetanuu ¢ pa3zHOOOpa3HbIMU HOBBIMU (PU3UUECKMMU METOJAMU U
TPaIULIMOHHBIMU METOJAaMU T'€HETUKU KJIOHWPOBAHME HEBEPOSITHO TO-
BBICUJIO MOLIb N'€HETUYECKOrO KapTUPOBAaHUS U aHAIU3A.

Pewarowum docmudicenuem MoAeKYAAPHOU eeHeMUKU cmaia paspa-
bomka memodoe cexeenupoosanus JIHK ¢ 1977 e. Jlo 3TOr0 MOMeHTa
BO3MOXKHOCTh MHTEHCHBHOTO M3YYE€HHUSI FeHOMa uejioBeKa M MoJe-
KYJISIDHBIX OCHOB T'€HETHUYECKMX OoJie3Hell Kaszajach Oe3HameXXHbIM
nenom. K cepenune 80-x rr. cekBeHuposanue JJHK 6bu10 cTosib cy-
IIECTBEHHO YJIYUIlEHO, YTO CTAaJ0 BO3MOXHBIM IMPAKTHMUECKOE OCY-
IIECTBJICHNUE KPYITHOMACIIITAOHBIX TIPOEKTOB IO CEKBEHUPOBAHUIO Te-
HOMOB DPa3JWYHBIX BUAOB. [pynma ydyeHbIX, yJacTBYIOIIMX B pea-
JIU3alMU OMOJOTMYECKOM MporpaMMbl MUHMCTEPCTBA HEPreTUKH
CIHA, HalleJleHHON Ha U3yYeHHe CKOPOCTH MYTUPOBaHMUS Y YeJoBeKa
(cM. T1. 2), OCO3HaJIU, 4YTO Ternepb MOsIBUIACh BO3MOXHOCTh U3yvaThb
MyTallMyd Ha MOJIEKYJSIpHOM ypoBHe. OJHAKO /ISl TOMCKA U U3yye-
Husg myTtaumit Ha ypoBHe JIHK HeoOGxomuMo 3HaTh Takke MCXOAHYIO
(HopMasbHyl0) nocaenoBareabHocTh JJHK. Tak ObU10 mosoxeHo Ha-
yano npoexmy «lenom ueaosexa», KOTOpblii O(PUIIMAIBHO CTapTOBaJ
oceHbio 1990 1. 6iaromapst COBMECTHBIM YCUISIM MUHKUCTEpCTBA SHEP-
reTuku 1 HalmoHaJIbHBIX WHCTUTYTOB 3I0POBbsI!, KOTOpPbIE, TTOMUMO
JIPYTUX OPTaHM3AIIMOHHBIX MEPOTPUSATUI, YIPEIUIN IS 3TOTO CIie-
MabHbI HallmoHa bHBINM MHCTUTYT MCCICIOBAHUS TeHOMA YeJIOBE-
ka?. TIpoekT cpa3y cTaj MeXAyHapoIHbLIM, B KOTODBIi, HapaBHE C
CIIA, Hanbonee 3HAYMTEIbHBIN BKJIAL BHECIU TakKKe ydeHble U3 16
uHcTutyToB Benukoopuranun, ®pannuu, lepmanuu, SAnonvu u Ku-

! B Poccum aHanoramyu HalMoHaabHBIX MHCTUTYTOB 310POBbsI SIBJISIIOTCSI Ha-
YUHO-MCCIIeA0BaTEeIbCKUE MHCTUTYThI Poccuiickoil akaaeMuyd MeIMIIMHCKUX
HayK.

2 CM. http://www.genome.gov.
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Tas. OTU cTpaHbl 0Opa3oBaiu MexwcOyHapooHbllii KOHCOPUUYM NO CeKee-
HUPOBAHUIO 2eHOMA Yea06eKa’.

I'naBHO# 1ebio MpoekTa «['eHOM 4YesoBeKa» ObUIO CEKBEHUPO-
BaTh BCe 3 MUJUTMApIA Map HYKJICOTHUAOB B TaIUIOMIHOM FeHOME YeJio-
BeKa M MISHTU(MHUIIMPOBATh Bce TeHbl. OTYET O IJIaBHOM Tporpecce B
a1oit obnactu 6wl onyoaukoBaH B 2001 r. K aTomy BpeMeHU ObLIO
CeKBEHUPOBAHO mpuMepHO 90% reHOMa, HO 3HAUUTETbHAS YacTh BCEi
MTOCJIEIOBATeILBHOCTH OCTaBajach Bce ellle B BHIE (parMeHTOB ITH-
HOI B HECKOJIBKO THICSY Tap HYKJIeOTHI0B. OUeBUIHO, YTO 3TO CHUJTb-
HO OrpaHMYMBAET TOJb3Y OT TaKMX NAHHBIX. DTO aHAJOTUYHO TOMY,
KaK ecau Obl BCe MpEeMJOXKEeHUs B 3TOM KHUTe ObIIM HamMcaHbl Ha
OTIEJbHBIX 0OOpBIBKAX Oymaru M, mocje TOro Kak B KHMKHOM Marasu-
He Bbl 3allJIaTUIM 3a KHUTY, Bbl MOJYYMUIU MELIOK C 3TUMU OOpbIBKA-
MU, MepeMelllaHHbIMU B ClydyaiiHOM mopsiake. M3 Takoi «KHUTW» Bbl
BpSIIL 1M Obl MHOTOE y3HAJIM O T€HETUKe yejoBeka!

B crneayroiire aBa roma MmoYTH Bee TakKWe OpeLIN ObIIM 3armojiHe-
HBI, U O 3aBepLICHUN MPAKTUYECKU BCEM TMOCIeI0BATEIbHOCTU OBIIO
o0baBieHo B anpesie 2003 r. — momxonsiiast AaTa, YTOOLI OTIIPA3THO-
BaTh 50-yeTHUIt 100meit momenu ctpykrypsl JJHK Yorcona n Kpuka!
Oxkoso 99% paitoHOB, comepXKalluX TeHbI, ObLIM CEKBEHUPOBAHBI C
TouHOCTBIO 99,99%. TToka eie octaercs MeHee 400 Opeltieit, U B cpel-
HEM HeMpepbIBHBIE YYaCTKM COCTaBIISIOT Oojiee 27 MWIIMOHOB map
HYKJIEOTUIOB, a OOIIMII pa3Mep TreHoMa, KakK yxke TOBOPWJIOCH, CO-
cTaBjIsIeT MpUMEpHO 3,2 MWwLIMapaa nap Hykjiaeotuaon?. HeoxumaH-
HBIM DPE3YJILTATOM OKa3aJloCh TO, UTO 00ujee YUCA0 2eHO8 y 4ea06eKa
Haxodumcs 6 npedenax om 30 000 do 35 000, yToO HAMHOTO MEHbIIIE,

'Y Hac ¢ uzeeil CeKBeHMPOBaHUs reHOMa vesioBeKa BhICTyruiI B 1988 r. aka-
neMuk Anekcannp Asnekcanaposud baes [10.01(28.12)1903 — 31.12.1994], u B
1989 r. B cTpaHe Obul opraHu3oBaH HayuHblil coBeT 1o nporpamme «['eHOM
yengoBeka». B 1990 r. Obl1a coznana MexayHapoaHasi opraHu3alus 1o usyue-
Huto reHoMma vesoBeka (HUGO), Bulie-npe3naeHTOM KOTOPOii B TeUeHHEe He-
CKOJIBKMX JIeT ObUT akaneMuk Anapeil dapbeBnu Mupsabekon [19.10.1937 —
13.07.2003]. C camoro Hayazna pabOT MO I€HOMHOMY IPOEKTY Y4YeHbIe
JIOTOBOPWJIUCH 00 OTKPBITOCTH M JOCTYITHOCTH BCEil TMOJTy4aeMoii mHbopma-
LIUY JIUTSI €70 YYaCTHUKOB HE3aBUCHMO OT MX BKJIaJa M TOCYIapCTBEHHOM TPU-
HaIUIeXXHOCTU. PaboTa Ham BceMH 23 XpOMOCOMaMU YeJIOBeKa ObUia MojeieHa
MEXIy CTpaHaMM-yJaCcTHUIIAMU. Poccuiickue ydeHble JOJDKHBI ObUIM HCCIie-
noBaTh CTPYKTYpy 3-ii 1 19-it xpomocom. OmHako Bckope (hMHAHCHMPOBaHUE
3THX paboT B Hallleil cTpaHe ObLIO ype3aHO, M pealbHOTO yJ4acTUsl B CEKBEHU-
pOBaHMM TeHOMa 4esoBeka Poccusi, K coXaleHWo, He TIPUHUMAIA.

2 Camoii mocnenHeii, quiib HemaBHo, B 2006 T. ObUla TOJTHOCTBIO CEKBEHUPO-
BaHa camasl 0oJibliasi Xxpomocoma 1.
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yeM TMpeArnoJarajioch paHee, U BCero B ABa pasa 0oJibliie, YeM YKCII0
TeHOB y IJIOJOBOW MYIUKW APO30GhUIbl UJIM Y MUKPOCKOMUYECKOTO
KpYIJIoro 4epBsi (IIOYBEHHON HEMaTOMbI)'.

3aBeplIcHUE CEKBEHUPOBAHMSI TeHOMa UejOBeKa SIBIISIETCS Bak-
HOI1 BeXOil B reHeTHKe 4YeJOBeKa, HO TO OTHIOJb HE O3HAYaeT, YTO
MBI 3HaeM (PYHKIIMHM BCEX 3TUX TeHOB. AHAIN3 (PYHKLIMU THICSY Te-
HOB B HOpME U Tpu 00Jie3HsIX OyneT ropasnao 0ojiee CIOXHBIM TMpo-
€KTOM, YeM ceKBeHUpoBaHUe reHoma. Ceiluac TUTaHUPYETCs UCITOb-
30BaTh (hyHIAMEHTAJIbHbIE JTaHHBIE O TIOCIEA0BATEIbHOCTY TeHOMa B
pa3Ho00pa3HbBIX cepax, 0 YeM OyAeT paccKa3aHO B CISAYIOIIMX IJa-
Bax MAHHOW KHUTHU. 31eCh XXe JOCTaTOYHO CKa3aTb, YTO HaJIUuyue
MOJTHOM MOCIeI0BaTeIbHOCTA TeHOMA YeJIOBEKA OTKPHIBAET BO3ZMOXK-
HOCTHU MOHSITh OMOJIOTUIO YeJIOBeKa M ero 0O0JIe3HU Ha TaKOM YPOB-
He, 0 KOTOPOM HeJjib3s ObLIO Jaxke BOOOPa3WUTb BCEro Jullb He-
CKOJIbKO JIeT.

Y10 Takoe reH?

T'en onpedensemcs kax yuacmok JHK, komopwiii mpanckpubupyemcs 6
PHK-konuto oonoii uz numeit /[HK (3101 Tipoliecc OyneT omnuvcaH jaajee
B 3TOM 171aBe). boavwuncmeo eenoe seasomes ynacmxamu JIHK, komo-
pble Hecym UHGOpMAuuo 0 Nocae008ameabHOCMU AMUHOKUCAOMHBIX OC-
mamioe 6 Oeake, 00HAKO HeKomopvle 2eHbl Kodupyrom moavko PHK.
dakThuecKn Bce MeTabonnyeckure (PyHKIIMU XKUBBIX KJIETOK OIMOCpe-
NIYIOTCsI OeIKaMM, HO B TO K€ BpeMsl Apyrue OejlKu o0pa3yroT MHOXKE-
CTBO BHYTPUKJIETOUHBIX U BHEKJIETOUHBIX CTPYKTYp. Co gcemu eenamu
c6sA3aHbl pecyarsimopHble nocaedosamenviocmu JIHK, KOTOpbie SIBISIIOT-
Cs TAKMUMM YYaCTKaMM, K KOTOPbIM MPUCOETUHSIOTCS OeKU, orpee-
JisgolMe, OyaeT JU reH 9KCIPecCUpoBaH B TAHHOE BpeMsl U B JAHHOM
Mecte. HekoTopble reHeTMKM Ha3bIBalOT TaKKUE PEryJIsSITOPHBIC MOCe-
JIOBaTEJIbHOCTU TOXE TeHAMM.

Puc. 1.3 nomoxeTr ocBexuth Baily mamsiTb OTHOCHUTEJIBHO OC-
HOBHBIX 37eMeHTOB cTpyKTypbl JJHK. B okHax a u 6 moxkasaHbl
CTPYKTYPBI YeThIpEX OCHOBAHMI: IBYX MYypUHOB — ajeHuUHa (A) u
ryannHa (G) u aByx mupumuanHoB — TumuHa (T) u uurosuna (C).
B okHe ¢ mokaszaHa o0IIasi CTPYKTypa HYKJIEOTHIA, SIBJSIOIIETrOCs
GyHIAMEHTAIbHON eAWHULIe, U3 KOTopbIx cobupaiorcs u JHK u
PHK. 3ametbTe, uTo cMMBOJIBI 5° 11 3’, KOTOpbie 0003HAYAIOT KOHIIbI

! [Tnonosast mymika Drosophila melanogaster v nematona Caenorhabditis elegans —
JIBA MOJIEJIbHBIX >KMBOTHBIX OOBEKTa, C IMOMOLIBIO KOTOPBIX ObUIM IMOIYy4YeHbI U
TIOJTyJatoTCsl KPYITHEHIINE TOCTIKEHMST KIIACCUYECKOU U MOJICKYJISIPHON TEHETHKL.
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Ymo makoe een? ID

MOJUHYKJICOTUIHON LeMNu, SIBISIIOTCSI HOMEpPaMU aTOMOB YyIJepo-
Jla B OCTaTKe caxapa B cocTaBe HykKjeoTuaa. [1epBblil HyKJI€OTU B
Hayvajie MOJMHYKJIECOTUIHON 1ienu umeeT 5'-docdaTHblil OCTATOK,
a MOCJEAHUI HYKJIEOTUI B KOHIIE 1IN UMeeT 3'-TUIPOKCUIIbHYIO
rpymnny. B okHe e mokasaHa aByxcrmpaibHas cTtpykrypa JHK,
HUTU KOTOPOW YAEpXKUBAIOTCSI BMECTE BOJOPOAHBIMU CBSI3SIMU
mexay napamu ocHoBaHuil (A=T unu G=C). JleHTOOOpa3HbIC
JIMHUU Ceporo IIBeTa CUMBOJU3UPYIOT caxapodochaTHbI OCTOB,
K KOTOpOMY TIpMCOEIWHEHbI OCHOBaHUs. Ha 3TOM e pucyHKe
CXeMaTUYeCKHU IMOoKa3aH TakxXe Mpolecc TPAaHCKPUMUMU (CHMHTe3a
kommiaemeHtapHol Hutu PHK), xoTophlii Mbpl 00cyauMm pajiee B
3TOW TJIaBe.

IMpexnae yem yriyOMThbCSl B CTPYKTYpY TeHa, CleAyeT yKasaTb Ha
HEKOTOpble TEPMUHOJOTUUECKHE U abOpeBUATYpHbIE HECYpa3HOCTH.
IMockonbky anemeHTapHbiMu eauHuiiamMu JIHK (nnm PHK) siBnsior-
Csl HYKJICOTH/IbI, TO JUIMHY IBYHUTEBBIX mocienoBareiabHocTeit JTHK
(umu PHK) noruyHo BbIpaxkaTh B napax Hykieomudog, COKpPaIlleHHO
n.n. Ho uHorna, ciemyst aHIJI0SI3bIYHON TPAAUIIMK, UCTIOJIB3YIOT CJIO-
BOCOYETAHUE napbl OCHOBAHUI I COOTBETCTBEHHO COKpallleHWe — I1.0.
Toicsauy map HyKJI€OTHIOB OOBIUHO 0003HAYAIOT KaK m.n.H. Ho uHor-
Jla HeOTTPaBIaHHO HCITOB3YeTCs TabOpaTOPHBIN XKapTOH, SIBIISTIOIIAICS
KaJIbKOM C aHIJIMiicKoro: «kwmiaobasza» (kilobase) m cokpaienue kb —
BMECTO T.I.H., a Takxke Mb — «Mmerabasza» (megabase) — BMECTO MIJI-
JMoHa map HykJeoTuaoB U Gb — «rurabaza» (gigabase) — BMecTo
MuuiMapaa nap HykjaeotuaoB. JumHy ogHoHuteBbix JHK n PHK
U3MEPSIIOT, ECTECTBEHHO, HE MapaMu, a MPOCTO YMCIOM HYKJIEOTHIOB
(nu ocHoBaHMit). «Havano» kaxmnoit nocienosarenbHocTy JJHK wamn
PHK o6o3Havaercst Kak 5” (UMTaeTCsl Kak «ISIThb-LITPUX»), & OKOHYA-
HUE — Kak 3’ («TpU-IITPUX»). DTU HOMEPA COOTBETCTBYIOT CTPYKTYpe
HYKJICOTHIOB (CM. puc. 1.36) U TOMy, KaKUM IyTeM OHU COOMpPAIOTCS
B HutH JJHK mimu PHK (cm. 1. 2).

TunuuHBIA TeH YeoBeKa TMpeICcTaBisgeT coOoil yepenoBaHNEe K-
30HOB U MHTPOHOB. DK30HHI ABIsIIOTCA ydactkamu IHK, xotoprie
OynyT mpeactasieHbl B 3peioit marpuuHoii PHK (MPHK), xotopas
oOpasyeTcs B Mpoliiecce SKCIpeccuu TeHa. boJbIIMHCTBO 9K30HOB CO-
nepxkaT MHGOPMAIIMIO O MOCIeAOBATEIbHOCTY AMUHOKUCAOM — DJie-
MEHTapHbIX equHulL 6eKoB. Kpome 3Toro, B Hauase u B KoHue MPHK
HaxOoMTCsl TaKUe SK30HbI, KOTOPbIE HE KOAUPYIOT MOC/IE10BaTEIbHOCTh
aMUHOKMCJIOT, HO MOTYT COJEpXaTb Pa3MYHbIE TUIIbl PEryJISITOPHON
uHbopMmauu. Mumponst dice A64510mMcsi MAKUMU YHACMKAMU 2€HO8, KO-
mopble PAcNON0NCeHbl MeNHCOY IK30HAMU U Omcymcmeyrom 6 3peavix MmPHK.
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Puc. 1.4. Crpykrypa r1oOMHOBBIX reHOB uesnoBeka. E-1, E-2 u E-3
SIBIISTIOTCST 9K30HaMU; [-1 u 1-2 — uHTpoHBL. 3aKpallleHHbIe
objacT Ha KoHLAxX BoimyT B coctaB PHK-Tpankpumra
(MPHK — matpuunoit win mHdopmammonHoit PHK), Ho
He OyIyT TpaHCIMPOBATHCS B OSJIKOBYIO TIOC/IEI0BATEIbHOCTb.
Uucaa Ha TpaHMLIAX MEXIYy MHTPOHAMU U 3K30HAMM 000-
3HAYAIOT HOMEpa KOAMPYEMbIX aMUHOKHUCIIOT

OTHollIeHUE YKClla BK30HOB K YMCTy MHTPOHOB BapbUPYET IOCTATOYHO
MpokKo. JIuib HeGOJIbIIoe KOJUYECTBO TEHOB HE CONMEPXKaT MHTPO-
HOB, B TO € BpPeMsl €CTh I'€HbI, B KOTOPBIX MHTPOHBI COCTABJISIIOT OoJjiee
95% wix mHbl. DYHKIINS UHTPOHOB U MX 3BOJIIOIIMOHHOE BOZHMKHO-
BEHUE JI0 CHX TOp He JO0 KOHIIA TOHSTHI, HO MPUHSITO CYUTATh, YTO
HaJIM4ure TeHOB, CKOHCTPYMPOBAHHBIX U3 Psia KOPOTKUX KOIUPYIOLINX
MOCJIeIOBATEIbHOCTE (3K30HOB), 00ECIeUnBaeT IBOIIOLMOHHYIO ILIa-
ctuyHocTh. Ha puc. 1.4 cxemaTudecku INpeacTaBieHa 3K30H-UHTPOH-
Hasl CTPYKTypa ABYX XOPOIIO U3YUYeHHBIX TeHOB, KOTOPbIE KOAMPYIOT O-
U B-MOJUNENTUAHBIE LIENU IIOOMHOBOM YacTu reMorjao0uHa.
CornacHo otuety KoHcopiuyma Mo CeKBEHUPOBAHUIO 6 cpedHeM
een yenogeka codepycum 27 m.n.H. Eciir Mbl ymHOXHUM 27 T.11.H. Ha 30000
I€HOB, TO MOJYYUM, UTO eeHvl yeaogexa 3anumarom 0,8 MAH.N.H., m.e.
MPUMEPHO JIMIIIb OJHY 4YEeTBEPTh OT BCero reHoma. KoHcopuuym o
CEKBEHHMPOBAHMIO COOOILIAET HaM €l1lleé HEKOTOPbIe MHTEPECHbIE KOJIM-
YeCTBEHHBIC TaHHBIe O TeHax uesioBeka. Cpeduee uucao 3K30H08, NPUXo-
Osueecst Ha 00UH 2eH, pasHo npumepHo 8 (COOTBETCTBEHHO CPeHEe YMC-
JIO UHTPOHOB B T€HE JOJDKHO OBITh paBHO 7). CpemHuii pa3Mep 3K30Ha
cocrasisieT 145 m.H., a cpeaHmii pasMep MHTpoHa — 3365 1m.H. Jlerko
COCUMTATh, YTO B CPEIHEM 3K30HBI COCTABJISIOT MeHee 5% oT oOluei
JUIMHBI TeHa. B cpeaHeM cymmapHasl [UIMHA KOAMPYIOIIMX 3K30HOB B
onHoM reHe cocranisier 1340 M.H.; 3TOro JI0CTaTOUHO, YTOObI 0Opa30-
BaTh 0€J0K JAJMHOI B 447 aMUHOKHCIOTHBIX OCTaTKOB. OHAKO MMeeT
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MECTO I'pOMajiHasi BapradeIbHOCTh B pa3Mepe TeHOB, YKCie UHTPOHOB,
pa3Mepe KoaupyeMbIx 0ejKoB U T.M. Pazmep Haubosblllero U3 U3BecT-
HbIX T€HOB MpPeBbIIIAeT 2,4 MJIH.M.H., BbISBIEHbI MHTPOHbI JJIMHOM 60-
siee 30 T.IL.H., a HeKoTopble Oesnku comepxkaT 6ojee 3000 aMMHOKMC-
JIOTHBIX OCTaTKOB.

YnomsiHyTtas orieHKa uyncia reHoB B npeaesiax 30 000—35 000 Obl1a
MoJTy4eHa TyTeM KOMITbIOTEPHOTO aHajiM3a TeHOMHBIX IOC/IeIOBATEIb-
HocTeit. CHavaja MoaCUYUTAIN YNCIIO U38ECHIHbIX 2eH06 (UTO, €CTECTBeH-
HO, OBIIO JOCTATOYHO JIETKO CHIENaTh) M K HeMy M00aBWIIM YUCIO Te-
HOB, HaJIMYMe KOTOPBIX MOXHO OBLIO TpencKa3aTh M3 OLEHOK 4ucia
BO3MOXHBIX 9K30HOB, UMCJIa COMPSIKEHHBIX 9K30H-MHTPOHHBIX MOCIIE-
JIOBATeJIbHOCTE M HEKOTOPBIX APYIMX XapakTepucTtuk. [ToHATHO, 4TO
YUCJIO NpedCKa3aHHbIX 2eH06 NOBOJBHO HEOMNpPeAEIeHHO, MOCKOJbKY, C
OJTHOI CTOPOHBI, HEKOTOPbIE T€Hbl KOMITBIOTEP MOXET HE pacro3HaTh,
a C IPYroii CTOPOHbI, KOMIMbIOTEP MOXKET OLIMOOYHO MPeNCKa3aTh FeHbl,
KOTOpbIE B PEaIbHOCTU HE CYILECTBYIOT.

OnuH M3 croco0oB 0OHAPYKMBATh HEM3BECTHBIE TEHBI 3aKIIIOYACTCS
B YCTAaHOBJIEHUM CXOJNICTBA C MOCJENI0BATEIbHOCTbIO U3BECTHOTO TeHA.
MHnoeue 6enok-kodupyrouue eeHvi 00pazyrOm cemelicmea, Komopwle npeo-
CMaesom co0oll epynnbvl 2eHOB8, UMEIOUUX 3HAYUMENbHOe CXO0CMBO 6 CEOUX
nocredosamenviocmsx. OCHOBHBIM COOBITUEM, TIPUBOMISIINM K TTOSIBIIE-
HUIO CEMEICTB TeHOB, SIBJISIETCS] MYTUTMKALIMS TeHa, KOTOpasi MOXKET CITy-
YaifHO BO3HUKATh BCJEACTBME OIIMOOK PerUIMKAlMK U PeKOMOMHALIUN
JHK (cm. . 2). Korga obpa3yroTcs 1Be KOIMUM TeHa, OAHA U3 KOIMUit
MOXKET MYTMPOBaThb TaKMM 00pa3oM, YTO 00pa3zyercsl HECKOJbKO U3Me-
HEHHBII TeH, KOTOpbIi Oy/leT KoAUpOBaTh OEJIOK CO CBOMCTBAMU, Cllerka
OTJIMYHBIMU OT opuruHana. Eciau pazauuusi, npuoOpeTeHHble HOBBIM
0esIKoM, MPUAANYT My HEKOTOpbIe MPEUMYILECTBA, TO MPOIecC OTOOpa
MOXXET YBEKOBEUMTD MX B TIOC/IEAYIOIINX ITOKOJEHUsIX. BeencTBrue oue-
PEIHBIX OIIMOOK B XO[E PETUIMKALIMK WJIM PEKOMOMHALIMK YMCIIO TAKUX
TO-Pa3HOMY U3MEHEHHBIX KOIHII TEeHOB MOXKET Pa3pacTUCh, U B Pe3yilb-
TaTre TMOJYYUTCS MYJIBTUTEHHOE CeMENCTBO M, KPOME TOrO, OHU MOTYT
PaccpeoTOYNTRCS 110 TEHOMY Ha OTHAJICHHBIE PACCTOSTHUS.

Kitaccnyeckum nprMepoM TeHHBIX CEeMEMCTB y YeloBeKa SIBJISIeT-
csl KJ1acTep TeHoB S-rjobuHa Ha xpoMmocoMe 11 U reHoB o-ryIoOMHa
Ha xpoMmocome 16. Mx cxema mpencraBieHa Ha puc. 1.5.

OOpaTuTe BHUMaHKUE HA HAJIMUUE NCe6002eH08 B KAXIOM KilacTepe
(oHu 0003HauYeHbl Tpeyeckoil OykBoii ). IlceBmoreHbl oOpasyroTcs
M3 IYMJIMIMPOBAHHBIX T€HOB, OHA W3 KOMUI KOTOPbIX MPUOOpeTaeT
TaKWe MYTallMM, KOTOPBIC AEAl0T HEBO3MOXHBIM €€ IKCIIPECCHIO.
W3BecTHBI MHOTHE IpyTHie TEHHBIE CEMEUCTBA, YMCIIO WICHOB B KOTO-
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Puc. 1.5. Kinacrepsl I100MHOBBIX T€HOB

(W41, yo2, yol u yp — nceBnorenbl. Kaxiplii U3 r10OMHOB CUHTE3UPY-
€TCsl B OIpeIe/IeHHOM OpraHe M Ha ONpeieeHHOol cTaauu pa3Butus. [1oom-
Hbl { M € BbIpabaThIBAIOTCSl HA PAHHUX CTAlUsIX Pa3BUTHSI IMOPUOHA KJIeTKa-
MU XKeJTOYHOIO MeLIKa, U TeMOIJIOOMH TpeicTaBisieT coboit TeTpamep {2¢2.
K KOHI1y TpeTbero Mecsiiia ero BbIpaboTKa MpeKpaaeTcs 1 HAUMHAeTCsl CUHTE3
eranbHbIX (YyTPOOHBIX) TIOOMHOB Ay 1 Gy B KJIeTKaxX IMeUeHU U CeJIe3EHKHU.
Oo6pasyetcst Tetpamep detaibHoro remorioonHa Ay2Gy2 (Hb-F). B nepuon
MOCTAMOPUOHHOIO Pa3BUTUSI CUHTE3UPYIOTCSI B OCHOBHOM TJIOOMHBI o U f3
KJIETKAMU KOCTHOTO Mo3ra. bosbliasi 4acTh reMorjioorMHa B3pocCoro 4enao-
BeKa cocTouT u3 Terpamepa 022 (Hb-A). — Ilpum. nep.)

PBIX MCUMCIISICTCS IECITKaMU; MpUMepaMU SIBJISIIOTCS CeMeiicTBa Te-
HOB IS aKTMHOB, MMO3UHOB, AlOJIMIIONPOTEMHOB, TUCTOHOB U MM-
MyHoI100yMHOB. Korga aHanu3upyroTcsl yaajieHHbIe APYr OT Apyra
ceMeicTBa, TO MHOTME M3 HUX MOXHO Ha3BaThb CBEPXCEMEHCTBAMU,
IMOTOMY YTO OHM HACUUTBHIBAIOT COTHU WICHOB.

JlaBaiiTe Ternepb BbIYMCIMM €l1lle OAHO MHTepecHoe uucio. Kakas
JIOJISI TeHOMa 4YeJIOBeKa COMEPXKUT MH(MOPMALIMIO IS KOAUPOBAHUS
6enkoB? YMHoXxUB 1340 m.H. Ha 30 000 reHOB, MBI MOJIly4aeM, 4TO 3a
konupoBaHue 6eikoB oreevaroT 40 200 000 r.H. Paznenus 310 umcio
Ha pa3Mep TarJIouJHOTO TeHoMa vesioBeka (3,2 MJpPI.ILH.), Mbl TIpU-
XOIMM K BBIBOAY, UTO moavko 1,25% naweeo cenoma necym ungopma-
yuro 0 Koduposaruu 6eak06. DT Yuciaa NPUOIU3UTENbHBI, TAK YTO HE
VIUBISIATECh, €CIM B APYTMX MCTOUYHUKAX BBl BCTPETUTE HECKOJIBKO
OTJIMYHbIC OT 3TUX 4YHUCHA. Badcno mo, umo auwb ovenv manras 0oas
yenoseueckou JTHK kodupyem beaxu.

Yro ke mpencraBisieT co00ii ocTajibHast yacTh reHoMa? Mbl 3Ha-
eM, uTo 20—25% 3aHMMAIOT MHTPOHBI, HO OOJIbIlIAas YaCTh OCTAJBHOM
JAHK saBnsiercst mexceennoii /IHK. 3HaunTENIbHYIO Y4acTh MEXTE€HHOI
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JAHK cocTaBisiioT pecyasmophvie nociedosameavHocmu, KOTOPbIE Mbl
ceityac obcyaum. CyliecTByeT HECKOJIbKO TPYIIN 2eH08, Komopvle He
Kooupyrom 6eaxu; TIpOAyKTaMU TakKMX reHoB siBisitotcsi PHK, kotopbie
WUTPalOT BaXKHYIO POJib BO MHOIMX KJIETOUHBIX IPOLIECCaX U CTPYKTY-
pax. MHorma M3 HuX o0pa3yloTcsl HYKJIEONPOTEUHOBBIE CTPYKTYDHI,
WHOT/Ia OHU HaleauBaloT pepmenTsl Ha apyrue PHK. B 3toit kHure s
Oy/ly HEOAHOKPATHO YIIOMMHATh crielnpuuecKkre Kjacchl (hyHKIINO-
HaJIbHO aKTUBHBIX Hekodupyrouwux PHK. KpoMe TOro, HEKOTOpbIEC Ya-
CTM TE€HOMAa WTpaloT CTPYKTYPHYIO poJjib. TeM He MeHee y Hac HeT
HUKAKOIr0 OUYE€BUAHOIO 00bsICHeHUs, moyeMy Tak MmHoro JIHK He yua-
CTBYET HEMOCPEJCTBEHHO HU B KaueCTBE CTPYKTYPHI [JIsi TEHOB, HU B
mo0bIX Apyrux (yHkuusax. Hekoropoe moHumaHue mpoOJeMbl «U3-
oniTka» JJHK MOXHO MOJydyuThb, B3IMJISIHYB Ha IT'€HOM C HECKOJIbKO
WHOM CTOpOoHBI. YTO MBI ceiuac U crueaeM.

MoeTopsowaaca OAHK

B arbom croncnom eernome JTHK moicho nodpasdeaumsv na 0éa muna:
oonoxonuitnyro JlHK (m.e. nocaredosamenvrnocmu, npedcmaeneHHole 8 2an-
AOUOHOM 2eHOMe eOUHCMBEHHbIMU IK3eMNAAPAMU) U NOGMOPAIOWYIOC
JIHK (nocnedosamenvrHocmu, npedcmagieHHble 8 2aniouoHOM eeHOME MHO-
eoxpamno). TTpumepHo 50% reHoMa 4esoBeKa MPEACTABISIOT COOO
nostopsoiyiocss JHK. IMomyasgpHbiil TepMUH 1Jis1 OOJBIIMHCTBA
nostopstommxcsa JHK u misg Hekoropeix ogHokonuitHbeix JIHK, ko-
TOpbIC HE SIBJISIIOTCS YacThiO TeHOB, — 3T0 «MycopHas (junk) JITHK».
Jla, ckopee Bcero B HACTOsII1Iee BPeMsI HalllM TeHOMBI COJIepXKaT HEKO-
topoe KoimyectBo JIHK, koTophie He HecyT HUKaKoOil (DyHKUMU U
MOTYT BITOJTHE 3aKOHHO CYUTATHCS «MYCOPHBIMU», HO 4eM OOJIbIle
MbI Y3HAaeM O F€HOMax U O PEryJiSILIMM KCIPECCUU T€HOB, TeM 00Jib-
1IIe MBI OTKpbIBaeM HOBbBIX pyHKImi 11 JJHK, o xoropsix panbiie
MBI He UMeJIM HUKAKOTO TIpeacTaBieHus. KpoMe Toro, 3HaYnTe IbHAS
yacth JIHK, xoTopast B Hacrosiee BpeMsl SIBHO HE HCIOIb3YeTCs,
ONpeJIeSIeHHO SIBJISIETCS 3aracHBIM MaTepyaioM ISl 9BOJIIOLMN T€HO-
Ma. TakuM oOpa3oM, eciy MBICIUTb O OMOJOTMYECKUX BUAAX KaK O
JNMHAMMYECKUX CYIIHOCTSIX, MU3MEHSIOIIMXCS (IBOJIOLMOHUPYIOINX)
BO BPEMEHHU, TO BMOJHE BO3MOXKHO, UTO «MycOpa» B MX I'€HOMax He
TaK y>k U MHOTO.

Pazauuarom dea kaacca noemopsrowetics JIHK: (1) mandemuo no-
emopsaiowuecs nocaedogamenrvHocmu (n06mopsl), KOTOPbIe Pacronoxe-
HbI JIPYT 3a JAPYTOM <«IOJIOBa K XBOCTY», U (2) ducnepeuposanHvie no-
8mopbl, KOTOPbIE pa30pocaHbl 1O BCEMY T€HOMY, TIPUYEM Yallle BCEro
OHU OBIBAIOT TPEACTaBICHBI OMHON KOMMEH B TaHHOM MecTe (caiTe).
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Tanoemno noemopsarwowueca nocaedosameavHocmu

OCHOBHbIM KAACCOM MAHOEMHO NOGMOPAIOUWUXCA NOCAe008aMeNbHOCel
saensemcs yenmpomepnasn JIHK. Harbonee pacripocTpaHeHHbIM TUIT LIEH-
tpomepHoit JIHK HaszbiBaetcs anbbounHoit (alphoid) JIHK!, mosTopsi-
fOLIMeECs €IUHULIBI KOTOPOM MMEIOT JUTMHY MpuMepHo B 170 m.H. D1n
eIMHMIIBI 00Pa3yIOT PSIbI, JUIMHA KOTOPBIX BapbupyeT oT 250 T.IL.H. J0
5 MJIH.ILH., M1 OHU COCTaBJISTIOT He MeHee 3% reHoma. BHyTpu omHOro
psima TOBTOPBI HEMACHTUYHBI, OHM HEMHOTO Pa3IMJaloTcs, U MEXIy
XpoMocOoMaMM 3T paznnuus eimie oosbire. LlenTtpomepnas JHK 06-
pasyeT LIEHTPOMEpPHI, CJIOXKHBIE CTPYKTYpbl, KoTopble kpoMe JTHK co-
Jiepkar OeJKM HECKOJIBKUX TUIOB, K KOTOPBIM MPUCOEIUHSIOTCS HUTH
BepeTeHa B IMpoliecce AeIeHUsST KIETKU.

TaHaeMHO MOBTOPSIOIIMECS TOCISIOBATEIbHOCTU HaMAeHbl TaK-
K€ B meaomepax, KOTOPble PACIOIOXKEeHbl Ha KOHIIAX KaXKI0H XpOMO-
COMBI. Y yesioBeKa TeJIOMEPHBIMU MOCAeN0BATEIbHOCTSIMU SIBJISIIOTCS
GGGTTA; B pa3HbIX XpoMOCOMax OHU MoBTOpsitoTCs oT 250 1o 1500
pa3. B nmocnennue roabl meaomepunas /[HK crana ripeaiMeToM Tpu-
CTaJTbHOTO BHUMaHUS MCCIIe0BaTeN e M3-3a TOTO, UYTO ObITa OOHAPY-
>KeHa CBSI3b MEXIy YKOPOUCHUEM TeJioMep U crapeHueM. S He Oymy
37eCh JAETaTbHO OOCYXHaTh 3TOT BOMPOC, CKaXy TOJIHKO, YTO OCHOB-
Hasl UliesT COCTOMT B TOM, UTO YKOPOUEHHUE TeJIOMep SIBJISIETCSI OMHUM
13 MoceACTBMI mporecca perutnkanuy JJHK, KoToperii mponcxoaut
repen KaXIblM aKTOM KJIeTOUHOTO nejieHus’. Ecau takoe mpomosrka-
€TCsl TOCTaTOYHO [OJITO, TO TEeJIOMEPHbIE TMOCAeN0BATEIbHOCTU DU~
MMHUPYIOTCS Y CTaHYT TMOBPEXIAThCS TMpWiexalide K HUM TeHbI.
B pesynbraTe KiaeTka MOXET yMepeTh WM NepecTaTh AeJuThesl. Takoe

! Anvghoudnas (OT cioB «abha-caTesuiuTHast») IHK BriepBbIe orvcaHa y 3elie-
HBIX MapThiliek pora Cercopithecus B BUIE TIOBTOPOB MOC/IEIOBATEILHOCTH pa3-
MepoM 172 mapbl HykiaeotraoB. OHa BKIIIOYAeT 3HAUMTEIBHOE YMCIIO HYKIICO-
TUIHBIX 3aMEH, YTO B psiIe CIydaeB JejacT €€ XPOMOCOMOCIEINMDUIHOI.
B CBsI3M ¢ 3TMM COOTBETCTBYIOLIME 30H/IbI IIMPOKO MCIOIB3YIOTCS JUIST MapKH-
POBAHUSI OTACTBHBIX XPOMOCOM METOIOM TMOPUIN3ALIUY in Sifu B MHTEP(A3HBIX
KJIETKaX, B YACTHOCTH, B CJIyJasix MOHO- MJTM TPMCOMHUM — HarpHMep, B TIPeHa-
TaJBHOW JUAarHOCTUKE CHHIpoMa [layHa.

2 [umoTesy 0O CBsI3W YKOPOUCHUsI TEJIOMEP U CTapeHUsl BIepBbie cHOpMyIMpoBas
B 1971 r. poccuiickuii Guosnor Asnekceii MarseeBruu OnoBHUKOB. JIuiib B 1998 T.
€ro BBIBOJ 3KCIEPUMEHTAIBHO TOATBEPAMIA aMEPUKAHCKUE MCCICIOBATEIH.
B 2003 r. aBTOp BBIABUHYJI «TUIIOTE3Y PEIYCOMHOIO CTapeHUs» U UIEI0 O TOM,
YTO CTapeHHe eCTh «yHUBEepCAbHas XpOHMYECKasi GOJIE3Hb KOJIMYECTBEHHBIX
nmpusHakoB». Cwm.: http://www.medline.ru/public/art/tom4/art28.phtml.
Cwm.: caiit aBtopa: http://www.chronos.msu.ru/nameindex/olovnikov.html.



ILlosmopsarwasaca JITHK

MPOUCXOAUT B OOJILIIMHCTBE HOPMAJIbHBIX COMAaTUUECKUX KJIETOK, U
MOSTOMY B OpraHU3Me WJIM B KJIETOUHOM KYJbType OHU MMEIOT orpa-
HUYEHHYIO CITOCOOHOCTb K pa3MHOXeHUI0. OIHAKO B 3apOJbIIIEBbIX
(IOJIOBBIX) KJIETKAX, CTBOJIOBBIX KJIETKAaX M Pa3HOOOPAa3HBIX PaKOBbIX
KJIeTKax umeeTcs: (pepMeHT meaomepasza, CIOCOOHBI BOCCTAHABIM-
BaTh TEJOMEPHbBIEC TOCJIEAOBATEILHOCTU, KOTOPbIE B €r0 OTCYTCTBHE
yKopaumBatorcs npu KaxkjaoMm akre perikauuu JIHK. Tenomepasa
SIBJISIETCS] HEOOBIYHBIM (PepMEHTOM, Y KOTOPOTO MMEIOTCS IBA KOMIIO-
"enra: PHK u 6enox; nmpu aTom PHK cayxut maTpuieit mis Boccra-
HOBJIEHMSI yTPAYE€HHBIX TEJIOMEPHBIX MOBTOPOB. Puc. 1.6 B o6mux
yepTax MOKa3bIBaeT, KaK OCYILECTBISIETCS 3TOT MPOLECC.

Hexkotopbie apyrue Kiacchl TAHAEMHO MOBTOPSIIOIIMXCS TOC/IeI0Ba-
TeJbHOCTEeN sIBsitoTcs reHamu st Hekoaupytoimmx PHK. HauGonee
M3BECTHBIMU M3 HMX SIBJISIIOTCSL TeHbl 1isi pubocomuoi PHK (pPHK).
B reHome yesioBeka MMEIOTCS TISITh IPYIIN TAKMX F'€HOB, KaX/asi U3 KOTO-

a) Tenomepasa
5 —— GGGTTAGGG
PHK
3'—— CCCAAT
Cuntes IHK
Ha PHK-matpuue
6)

5'—— GGGTTAGGGTTAGGGITAGGGTTA

3'—— CCCAAT

HapawwuaHne nostopsioweincs
6-HyKneoTuaHom
nocnegosatensHoctn GGGTTA

(5]
) 5 —— GGGTTAGGGTTAGGGTTAGGGTTAGGGTTA

3'—— CCCAAT =— AATCCC ¥

Luenb, CUHTE3Npyemas

13ana3,ub|3alomaﬂ (oTcTatowasn)
Kak onucaHo B ra. 2

Puc. 1.6. [NonaepxaHue CTPYKTYPHI TeJIOMEp
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PBIX comepKUT 0KoJto 60 Komuit. OHM pacroNoKeHbl B KOPOTKUX TUIeUax
aKpoLeHTpUUecKux xpomocom 13, 14, 15, 21 u 22. Bt Kiacrepbl ajist
pPHK BMmecTe ¢ HeKoTopbIMU J0OMOMHUTEIbHBIMU ydacTKamu JIHK Ha-
3bIBAIOTCS AOPLIUKOGHIMU OPeAHU3AMOPAMU, TIOTOMY UTO SIIPBIIIKO MO-
KET ObITh 00PAa30BAHO KAXKIBIM WX HUX. SIPBIIIKY pacroiokeHbl B KJle-
TOYHOM SiZIpe U ABIISTIOTC (pabpukamu 1o coopke prbocoM. CyliecTByeT
6osee 80 TUIMOB pUOOCOMHBIX OeKOB. OHM CHHTE3UPYIOTCS B IIUTOII-
Jla3Me M MUTPUPYIOT B SIIpO, e oHM cBsi3biBaioTcs ¢ pPHK, kotopas
CUHTE3UpPYeETCs B SAPBIIIKE. B KaXkmoM saphIlliKe HaKarIMBaeTCsT TakkKe
MHOXECTBO IPYTUX O€JIKOB, IJie OHU MPUHUMAIOT yJyacTue B COOpKe pu-
6ocoM. Kpome Toro, B cOopke pbOCOM YJacTBYIOT HEOOJIbIIME HEKOIM -
pytouie PHK Heckonbkux TumoB. B xpoMocome 1 pacmojiokeH —elie
OIIMH KJIacTep TaHAEMHO IMOBTOpsiOLIMXCS reHoB mist 58-pPHK, xoto-
pasi TakxkKe SIBJISIETCS] BaKHbIM KOMITOHEHTOM PUOOCOM.

Jlucnepeupoeannoie
noemopsaiowuecs nociedo8ameibHocmu

Jucnepeuposanhvie noemopaiowuecs nocie008ameabHOCIU Yaue Bce2o
pasbpocansl no eeHomy no omoeavocmu, a He kaacmepamu. COTrIacHO
pasMepy UX TOApa3fe/sIioT Ha JBE TPYMIbL: JUIMHHBIC TUCTIEPTUpPO-
BaHHbIe 2JeMeHThl, o0o3HauaeMmbie Kak LINE (Long INterspersed
Elements), 1 KOpoTKMe AMCHEPIUPOBaHHbIE 2JIEMEHTbI, 0003HAYae-
Mmble Kak SINE (Short INterspersed Elements). O06a kiiacca SIBISIIOTCSI
MOABMXKHBIMU (MOOMJIBHBIMU) T€HETUUYECKMMU 2JIEMEHTaMM, KOTOPbIE
Ha3bIBalOTCsl pempompancnozonamu. I101HOCTbIO HYHKIIMOHUPYIOIIUIA
PETPOTPAHCIIO30H CMOCOOEH Pa3MHOXaTh JIMOO caM cedsi, b0 pol-
CTBEHHbIE TMOCJIEA0BATEIBLHOCTH, KaK 3TO OYyIeT OMUCAHO B CJEylO-
meM abszaiie. PeTpoTpaHCIo30Hb MOTYT BO3HMKATh KakK PETPOBUPY-
ChI, KOTOPbIE MBI PACCMOTPUM B TJ1. 4 1 6.

OO0HUM U3 BANCHELIUUX KAACCO8 OUCNEPUPOBAHHBIX NOGMOPIIOULUXCS
nocaedosamenvrocmeil seagemces LINE-1 uau epynna L1, xoTopas npen-
CTaBjieHa B reHoMe yesioBeka B kosmuectse A0 500 000 konuit 1 coctas-
JsieT npuMepHo 15% ot Bcero reHoma. BosblimHCTBO 3/meMeHTOoB L1
SIBJISIIOTCS YKOPOYEHHBIMU KOTTMSIMU TTOJTHOLIEHHBIX €IMHMII, UIMHA KO-
TOpbIX cocTaBisieT 0koso 5000 1.H., HO HECKOJIbKO ThICSY 3jieMeHTOB L1
UMeIoT NojHyto iMHY. Tonbko 40—50 13 HUX (PYHKLIMOHAIBHO aKTUB-
HbI, T.€. OHU KOJMPYIOT HECKOJBKO OEJIKOB, KOTOPbIE CITIOCOOHBI BbI3bI-
BaTh TPAHCIIO3UIIMIO MO0 caMoro anemeHTa L1, 1o HeKOoTophIX Apy-
I'MX MOOWMJIBHBIX 2JIeMeHTOB. DiieMeHThI L1 HecyT Ba reHa (Ha3bIBa€MbIX
OTKPBIThIMU pamkamu cuntbiBaHusi — ORF) (cm. puc. 1.7). ORF1 koau-
pyet OeJsloK, CBSI3bIBAIOIIUICS ¢ HYKJIeMHOBbIMU KuciaoTamu (p40), ORF2



Tosmoparwasacs JTHK Q

AnemeHT L1 B reHome

ORF1 ORF2
T p40 EN RT o
o TpaHCKpUNLMS | 1 NpOLECCUHT o
MPHK
TpaHcnsauus 1 cBasbiBaHue 6enka p40 ¢ MPHK
S'Nww 3
Happes (nick) JHK-muwenu 3HA0Hykneason EN
1 cuHte3 kHK ¢ nomowpio obpatHoit TpaHckpunTassl RT

MPL/‘
5 A
KIHK

Cuntes BTopoi uenu AHK
1 BCTpamMBaHue B XpOMOCOMY

Puc. 1.7. Perporpancriosuiinst siaemeHTa L1

(ORF1 u ORF2 — reHbl, Ha3bIBacMble B JAHHOM CITyJac OMKPbIMbIMU PAMKA-
mu cuumoieanus (open reading frame). ORF1 xomupyet onun 6enok p40, a ORF2
komupyeT aBa Genka: EN — sHuonykeasy u RT — oOpaTHyto TpaHCKpUIITa3zy.
Benok p40 nmeet Bbicokoe cpoacTBo st cBsi3biBaHusl ¢ PHK u o6pasyer pubo-
HykuieonporenHoByto yactuiry ¢ PHK anementa L1. OqHOBpeMEHHO OH SIBIISIET-
Csl 1IATIePOHOM JIIsI HYKJIEMHOBOM KUWCJIOTBI, M 3Ta €0 aKTMBHOCTh HeoOXommma
it perpotpaHcriosuimu L1. DHnonykneasa EN ocyinecTBisier Haape3 TeHOM-
Hoit JIHK, BcnencTBue yero craHoBuTCS BO3MOXHBIM crHTe3 KIAHK 110 Matpuiie
MPHK c nomouisio obparHoit TpaHckpunrassl RT. — Ilpum. nep.)

KOIUPYET U ofpamuyto mpanckpunmasy (bepMEeHT, KOTOPbI UCMONb3YeT
MPHK kak MaTpuily M co3gaeT KOMIUIEMEHTApHYIO €l OJHOLEeNnoyey-
nyto JJHK-koruto, kJIHK) v sndonykaeazy, kotopass nmpou3BOIUT HaJl-
pe3bl B reHomHoit JIHK, kyna moxer BcrpanBarbesi HoBast KJITHK.
Korma MPHK u3 snemenTa L1 TpaHciupyercs, To oOpa3ylolnecs
OeJIki 0OBIYHO CBSI3BIBAIOTCSI HemocpencTBeHHO co cBoeit MPHK. Ta-
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kot koMruieke 6enka ¢ PHK mepemeliiaercs B siipo, riie aHAOHYKIIea3a
paspesaet ogHy u3 neneid JJHK, u B pesynbrare obpasyercs: cBob6oa-
Hblil KoHell. OOpaTHasi TPaHCKPUIMTAa3a MCIOJAb3YeT 3TOT CBOOOMHbIN
KoOHell B KauecTBe 3atpaBku U co3naet JJHK-konuio MPHK anemenra
L1. B xoHue xoH1oB obpasyercs Bropas uenb KJIHK u gBynuteBas
MOJIeKYJ1a BCTpanMBaeTCsl B XPOMOCOMY Ha MECTO OJJHOHUTEBOTO Pa3pbl-
Ba. Mbl 10 cCuX TMOp HE 3HaeM, Mo4yeMy TOJbKO 4acThb 3yieMeHTa Ll
SIBJISIETCSl HanboJIee YacThIM MPOIYKTOM PETPOTPAHCTIO3UIIVH.

Cuuraercs, 4To oOpaTHas TpPAHCKPUIITa3a OTBETCTBEHHA TaKXKe 3a
00pa3oBaHKE NPOUECCUPOGAHHBIX Nce6do2en08, KoTopbie apistorcs JTHK-
kormusimu MPHK 1 koTopbie BCcTpauBaroTcs B MecTa, HEPOICTBEHHbIE
(HEroMoJIOTUYHBIE) MCXOAHOMY T€HY, M3 KOTOPOTO IMPOM30IIla CKO-
nupoBaHHass MPHK. IlpouieccupoBaHHbIe IICEBAOreHbl HE ComepKaT
MHTPOHOB U OOBIYHO HECITOCOOHBI DKCIIPECCUPOBATHCS B BUIE MOJIU-
MEeNTUAOB (XOTS MHOTAA U CydyaloTcsl uckiatoueHus ). [Tpoucxonur ato
0O M3-3a TOro, YTO OHU HE MMEIOT PEeryJITOPHBIX MOC/IeI0BaTe]b-
HOCTEM, MO0 MOTOMY, YTO OHM cozepKaT MmyTaiuu. [lceBaoreHbl (Kak
MPOLIECCUPOBAHHbIE, TaK XU OOBIYHBIC) JOBOJHHO PACIpPOCTPAHEHBI U
B reHome uesioBeka coctanisior 0,5—1%. Hanpumep, cekBeHUpOBa-
HUE XpOMOCOMEI 22 BbIIBWIO 134 riceBmoreHa.

HaubGompimii ximacc anmemenToB SINE cocront m3 mociemoBaTesb-
Hocrelt Alu (Ha3BaHUe MPOMCXOOUT OT Ha3BaHMS (pepMEeHTa PECTPUKILINUI
Alu 1 — sHmonykieassl, kotopas pacuieruisier JIHK B Mectax Haxoxne-
HUS CIIeIM(bUIHBIX KOPOTKMX TOCIEI0BAaTEIbHOCTE M MOXKET UCTIOJNb-
30BaThCsI TSI BbIpe3aHMsl rocjieaoBaTebHocTeit Alu u3 reHomHoii JTHK)'.
B reHome uyesoBeka HaXOMUTCs MPUMEPHO MUJIMOH TOC/IEN0BATEIbHO-
creit Alu, kotopble paBHsietcss npuMepHo 10—12% Beeir JIHK. [Tmina
OCHOBHOM enuHUIIbI cocTanisieT rpumepHo 300 I.H., HO B Kiacce Alu
CYIIECTBYET MHOTO Pa3IMYHbIX MOC/ea0BaTe/ibHOCTeil. B OCHOBHOM OHU
HAaxO[SITCSl MEXJIy TeHaMW W BHYTPY MHTPOHOB, HO M3pe/lKa OHU MOTYT
onITh BKmoyeHsl B MPHK. TlocnenoBarensHocTi Alu He KonupyroT Geli-
KOB, Y TIO3TOMY OHM HEeCITOCOOHBI CaMH1 TIepeMelaThCsl U3 OMHOTO MecTa
B ipyroe. OmHaKO MHOTHUE TTOCIeA0BATeIbHOCTH Alu TPaHCKPUOMPYIOT-
Cs, M Ha MX KOHIIAX CYIIECTBYIOT HEKOTOPbIE KOPOTKHE MOCIeI0BATEb-
Hoctu, nonooHbie PHK y snementoB L1. IloatoMy pacmnpoctpaHeHO
MHEHHUE, 4TO (DePMEHTBI, KOTOPbIE TIPOU3BOAITCS aeMeHTamu L1, yua-
CTBYIOT B pempompancnosuuuu nocaedosameavrocmeit Alu, XOTsi OKOHYA-
TeJIbHbIE J0KA3aTeIbCTBA ITOTO BCE €1le HEe TMOTyYeHbI.

' B cBoto ouepenb Alu 00603HaYaeT UCTOYHUK PECTPUKTA3bl — a30TPUKCUPYIO-
e 6akrepuun Arthrobacter luteus.
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