XPOMOCOMHbBIE MYTALMN, NX
KNACCUOUKALMA. OENELNN,
OYMNUKALMW, MHBEPCUW,
TPAHCMNOKALW, TPAHCMNO3ULLI.
POBEPTOBCKWE MEPECTPOWIKMW.
3BOMOLIMS XPOMOCOM
YENOBEKA.



XPpOMOCOMHBIE MyTaliH (abeppalyu, IepeCTPOMKH) — 3TO HENPEICKA3yEeMBbIEC
U3MEHEHMS B CTPYKTYpPE XpOMOCOM. Halle BCero OHM BbI3bIBAIOTCS
poOIeMaMM, BO3HUKAIOIIMMU B IIPOLIECCE JICJICHUS KIETKU. Bo3aencTrue
HHULMUPYIONIUX (PaKTOPOB CPEJIbl — ATO €IIIe OHA BO3MOXKHAsI MPUYUHA
XPOMOCOMHBIX MYyTallUU.
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B Ononoruu MmyTtanus onpeaciasieTcs Kak CTOMKOE U3MEHEHUE CTPYKTYPbI
TEHETUYECKOTro Mareprana. OqHa KieTka nonydaer HenpasuwibHyto JJTHK.
OHa nenuTcs, a ABE JOUYEPHUE KOTUPYIOT €€ CTPOCHUE MOJTHOCTBIO, TO €CTh
OHU TOXE COJIEPIKAT U3MEHEHHbBIN T€HETUYECKUN Marepuail. [lamee Taknux
KJIETOK CTAaHOBUTCS BC€ OOJIbIIIE, U, €CJIM OPTaHU3M IIEPEXOIUT K
PAa3MHOXKEHUIO, €T0 TOTOMKH MOJYYarOT CXOAHBIM MYTAHTHBIN T€HOTHII.
MyTanuu 00ObIYHO HE TIPOXOIIT OeccaeHO. HeKoTopblie M3 HUX MEHSIOT
OpPraHU3M HACTOJIBKO, UTO PE3YJIBTATOM 3TUX U3MEHEHUN CTAHOBUTCS
JETAbHBIN UCX0J. YacTh U3 HUX 3aCTAaBISET OPraHu3M (PyHKIIMOHUPOBATh
I0-HOBOMY, CHHKasl €r0 CIIOCOOHOCTH K aJanTalliy U MPUBOIS K
CEPBE3HBIM MATONOrusaM. M oueHp Manoe KOMM4eCTBO MyTalliil IPUHOCUT
OpraHu3MYy MO0JIb3Y, HOBBIIIASA TEM CAMBIM €I0 CIIOCOOHOCTh
aJIaIITUPOBATHCA K YCIOBUSM OKPYXKAIOIIEU CPEHL.




Knaccupukauus

B 3aBMCMMOCTU OT TOro, Kak rnokanm3oBaHbl npoucxogsiime
N3MEHEHMUS, pasnuyaloT cnegyroLme TUMbl XPOMOCOMHbIX
MyTaLunn.

BHYTpMXpOMOCOMHbIE — Npeobpa3oBaHNe reHeTUYECKOro
MaTepuana B npeaenax ogHom XpOMOCOMbI.

MeXXpOMOCOMHbLIE — NEPECTPOUKU, B pe3ynbraTte
KOTOPbIX ABE€ HETOMOJSIOMMYHbIE XPOMOCOMbI
obmMeHMBaloTCA CBOMMU y4acTkamun. HeromonornyHele
XPOMOCOMbI COAepXaT pasHble reHbl U He BCTpeYatoTcH B
npouecce Menosa.

Kaxgomy 13 aTnx TunoB abeppauymm COOTBETCTBYIOT
HEeKOTOopble BUAbl XPOMOCOMHbIX MyTaLUN.
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Jleenus — 3TO OTEICHUE WU BBINAeHNE KAKOT0-IIH00 yxpOMOCOMLI.
HecnoxHo noragarbest, YTO 3TOT TUII MYTalldU OTHOCUTCS K
BHYTPUXPOMOCOMHBIM. ECIH OTAEIISAETCS KPAMHUK Y4aCTOK XPOMOCOMBI, TO
JeJielns Ha3bIBACTCA KOHIIEBOU. ECU e NPOUCXOAUT BbINAJICHUE
F€HETUYECKOT0 Marepuasia OJKe K LICHTPY XPOMOCOMBI, TaKas JIeJIeIsI
UMEHYETCSI UHTEPCTULIMATIBHOM.



DTOT TUI MyTalldil MOXKET OKa3bIBaTh BIUSHUE HA )KU3HECIOCOOHOCTH
opranun3ma. K nmpumepy, BellaJICHUE y4acTKa XPOMOCOMBI, KOJTUPYIOIIETO
ONpEe/ICIICHHBIN T'€H, 00€CIEUYNBAET YEJIOBEKY HEBOCOPUUMUYHMBOCTh K BUPYCY
UMMYHoOAepUIIUTA. ITa aJalTallMOHHAs MyTalys BO3HUKJIA npumMepHo 2000
JIeT Ha3aJ U HEKOTOPBIM JItoAsaM, 3a0ojeBmuM CIIM /oM, y1anoch BEIKUTh
TOJILKO OJIarojapsi TOMY, YTO UM IIOBE3JI0 UMETh XPOMOCOMbBI C U3BMEHEHHOMU

CTPYKTYPOM.
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DTO KOMUPOBAHUE YUACTKA XPOMOCOMBI, KOTOPOE MPOUCXOAUT BCIICICTBUE
OIIIMOKM IIPU TaK HAa3bIBAEMOM MEPEKPECTE, MU KPOCCUHIOBEPE B MPOIECCE
neneHus kieTku. CKOMMpOBaHHBIN TaKUM 00pa30M y4aCTOK MOXKET
COXPaHATh CBOE MOJOXKEHUE, MOBOpaYMBaThes Ha 180°, mian gaxe
MOBTOPSTHCSA HECKOJIIBKO Pa3, M TOTJA TaKas MyTalysl Ha3bIBACTCSA
aMIuIdpuKamnue. Y pacTeHul KOJIMYECTBO FeHETUYECKOI0 MaTepualia
MOYKET YBEINYMBATHCS UMEHHO ITyTEM MHOTOKPATHBIX AYIUIMKaIWi. B TakoMm
ciiydae OObIMHO MEHSIOTCSI CTIOCOOHOCTH 1IE€JIOr0 BU/IA K aJlalTalliu, a 3TO
3HAUUT, YTO TAKUE MYTAIMH UMEIOT OOJIBIIIOE SBOJIFOIIMOHHOE 3HAYCHHUE.



DupLicatioN DeLefioN INverSioN

HBepcun

(Reversed)

HNHBEpCHUs — 3TO TTOBOPOT OMPEACICHHOIO Y4acTKa XpOMOCOMBI Ha 180°.
IIepeBepHyTas B pe3ysibTaTe HHBEPCHUHU YACTh XPOMOCOMBI MOXKET
HAaXOAUTHCS MO OJIHY CTOPOHY OT LIEHTPOMEPHI (ITapalieHTpUYECKas
MHBEPCHS) WUIIM I10 Pa3HbIC €€ CTOPOHKI (II€pUlleHTpUYEcKas). LlenTpomepa —
ATO TaK Ha3bIBacMasi 001aCTh MEPBUYHOM NEPETIKKA XpOMOCOMbI. OOBIYHO
MHBEPCHUM HE OKAa3bIBAIOT BJIMSHUS HA BHEIIHUE IIPU3HAKU OPraHU3Ma U HE
IPUBOIAT K marojiorusiM. CyIiecTBYET, OJTHAKO, MPEANOJI0KEHHUE, UTO Y
YKCHIIUH C UHBEPCUEH ONMPEACIICHHOTO Y4acTKa AEBATON XPOMOCOMBI
BEPOSITHOCTH BBIKUJIBIINIA ITPU OepeMeHHOCTH Bo3pacTaeT Ha 30 %.
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Tpanciokanus — 3T0 NepeMELIEHUE YYaCTKa OHOM XPOMOCOMBI Ha JIPYTYIO.
OTH MyTallid OTHOCSTCS K TUIY MEKXPOMOCOMHBIX. BBIICISIOT J1Ba BUIA
TPAHCIOKALIUN:

-+ PenunpokHbie — 3TO OOMEH JIBYX XpOMOCOM ONPEACICHHBIMHU YYaCTKaMH.

» PoOepTCOHOBCKHE — CAUSIHUE JBYX XPOMOCOM C KOPOTKUM IJICYOM
(akporueHTpHUUECKHUX). B miporiecce poOepTCOHOBCKON TpaHCIOKAIIUU
KOPOTKHE YIACTKH 00CHX XPOMOCOM YTPAYUBAIOTCS.
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PelnnpokHbI€ TPaHCIOKAIIMY MPUBOASAT Y JIFOJEH K IIpo0jieMaM C
netopoxaeHueM. MTHorma Takue MyTaryy CTaHOBATCS MIPUYHHOU
HEBBIHAIIIMBAHMSI OEPEMEHHOCTH WJIH BEAYT K MOSABICHUIO HA CBET JECTEH C
BPOKJICHHBIMHU ITATOJIOTUSAMU PA3ZBUTHA.

Po0epTcoHOBCKME TPAHCIOKAIIMU JOCTATOYHO YaCTO BCTPEYAKOTCS ¥ YEJIOBEKA.
B yacTHOCTH, €Cy TpaHCIOKAUA MPOUCXOJINUT C YHaCTUEM XPOMOCOMBI 21,
y IIOJIA pa3BUBAECTCA CUHAPOM JlayHa, OJIHA U3 CaMBIX 4acTO
PETUCTPUPYEMBIX BPOXKJICHHBIX MATOJIOTHM.
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=

DTO MEPEMEIICHUE HYKIICOTHUIHBIX MOCIEN0BATEIbHOCTEN, TAK HA3BIBAEMBIX
MUTPUPYIOIIAX 3JIE€MEHTOB M3 OJIHOTO CanTa B JIpyrou. Mi3BeCTHO aBa
OCHOBHBIX THIIa TAKUX MOCJIEA0BATEILHOCTEN — [S-4acTulisl (insertion
sequences) U TPAHCIIO30HbI. [S-4aCTUIIBI HEHECYT HHOW T'€HETHUYECKON
MH(pOpMAIUKU, KPOME TOM, KOTOpas He0O0X0AUuMa JIJIsl UX BhIPE3aHUs
(axciu3un) U BcTpauBanus (nHcepuyn). B coctaBe nx JIHK ecth yyacTok,
KOOUPYIOIIUNA (DePMEHT TPAHCII03a3y, KOTOPhIM OTBEYAET 34 UX
nepemenieHue. Pazmep /S-dacTuil KoaeOaeTcs OT HECKOIBKUX JIECSITKOB JI0
HECKOJIBKUX THICAY TAp HYKJIIEOTUIOB.
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5+ HeTpaHcAnpoBaHHbiif mOPCl m OPC2 m3 HeTpaHCAMPOBaHHBIN
peruoH pPEruoH

B A-BoraTan nocnenoBaTeNbHOCTb, KOTOP3A COAEPMMT CUrHan ana
NOAU3AEHWINPOBAHHUA

bonee CiiokHbIE MUTPUPYIONIHUE SJIEMEHTHI — TPAHCMIO30HbI, B OTJIMYUE OT [S-
YaCTHII, COIEPKaT B CBOEM COCTABE I'€HbI, HE UMEIOIINE OTHOIIECHUS K
poLecCy TpaHcno3unuu. HanmpumMep, mMupoKo U3BECTHBI TPAHCIIO30HbI
KUIIeYHOW nanodku (Escherihia coli), B KOTOPBIX UMEIOTCS TE€HBI
YCTOMYHUBOCTH K aHTHOMOTHKAM. BcTpanBaHre MOOMIIBHBIX TEHETHUYECKUX
AJIEMEHTOB B HOBBIM CalT reHOMa (BHYTPH KaKOTO-TH00 reHa UJIx PSJIOM C
HHAM) MOKET BbI3BaTh MYTAIAIO WJIM U3MEHUTH T€HHYIO SKCIIPECCHIO.



OBOSMIOLIMA XPOMOCOM YeroBeka

[1IponcxoxaeHue:

Cuuntaetrcs 4To, X- N Y-XPOMOCOMbI MPON3OLLISN
OT Napbl UAEHTUYHbLIX XPOMOCOM, Koraa y
OPEBHUX MNEKONMUTAKOLWMX BO3HUK reH, OOAVH U3
annenen KOToporo npuBoaun K passmutuio
MY>XCKOro opraHmama. XpoMOCOMbI, Hecylme
9TOT annenb, ctanm Y-XpoMocoMamMu, a BTopas
XpoMocoMa B 3TOMN nape ctana X-XpoMOCOMOMW.
Taknm obpasom, X- N Y-XpOMOCOMBbI
N3Ha4anbHO OTNnYyanmcb NnLlb OgHUM FreHOM.




Y-XpOMOCOMA

Y 4yenoseka Y-XpomMocomMa COCTOMUT U3 58 MUNNMMOHOB nap
a30TUCTbIX OCHOBAHWW, N HECET MNpUONU3NTENLHO 2%
NHK-maTepunana  Knetkm  4enoBeka. Xpomocoma
coOepXnUT 86 TreHOB, KOTOpble KoaupylT 23 Oenka.
[lpu3Hakn, Hacnegyemble 4epe3 Y-XPOMOCOMY, HOCAT
Ha3BaHWe ronaHapuyecknx. HYenoseyeckasa Y-xpomocoma
He cnocobHa pekoMOMHMPOBATBLCSA C X-XPOMOCOMOW, 3a
NCKNOYEHEM HEDOSbLUMX NCEBOOAYTOCOMHbIX Yy4aCTKOB
Ha Tenomepax. OTO PENIUKTOBbIE Y4YacCTKM AOpPEBHEWN
romonorum mexagy X u'Y Xxpomocomamm.



X Chromosome

OcCHOBHas 4acTb Y-XpOMOCOMbI, KOTOpasi HE NMoaBEPXKEHA
pekomMmbunHaummn, HasbiBaeTcHa NRY (aHrM. non-recombining
region Y chromosome). 3Ta 4YacTb Y-XPOMOCOMbI
NO3BOJIAET NOCPEeaCTBOM OLEHKM OOAHOHYKNEOTNOHOro
nonmmopdmnamMa onpenennutb NPAMbIX NPEaKoB NO OTLIOBCKOMU
NMTUHUN,

Takmm obpasom, Y-XxpomMocomMa YerioBeKka reHeETUYECKN MOYTHU
nycTtaqa (ecnm He cdMTaThb reHOB BOJSIOCATOCTU YLLEN U
NepenoHOK MeXxay nanbuamMuy Hor). Y Apyrmx BugoB oHa MOXET
cogepXaTtb MHOIO akTUBHbIX reHOB. Hanpumep, y opo3ogunbi
N3BECTHO MHOI0 reHOB, NOKanM30BaHHbLIX BHYTPU Y-



DBOMNOLKNA Y-XPOMOCOME

Myxckaa Y-xpomocomMa He 4Bndetcd  TYNMUKOM
3BOMOLUMN, a MEHSEeTCA BeCbMa aKTUBHO. Takue
BbIBOAbI caenanm reHeTukn npu cpaBHeHUn Habopa
[eHOB B XPOMOCOME 4enoBeka U LWKMMNaH3e,
nepexmBlUnx 6 MIH NeT pasgenbHOW 3BOMOLMUMN.
HeoxugaHHoe reHeTnyeckoe pa3Hoobpasune
OOBSCHAIOT OCODOEHHOCTAMU  (PYHKLUMOHUPOBAHUS

[€eHOB, y4YacTBYWOLUMX B HOPMUPOBAHUN MOMNOBbIX
KMNeToK.
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Korga-to aTtoro pasgerneHus He CyU.l,eCTBOBaJ'IO O,D,HaKO B
pesdynbrare aBonwuunm okorno 300 MNH neT Hasaj
XpomMocomMbl  andodepeHumposanucb.  CyllecTBYHOT
OTKINOHEHUA, B peaynbraTe KOTOPbIX KMETKN HEKOTOPbIX
MYXYUH cogepXaT [OBe X-XPOMOCOMbl U OOHY Y-
XPOMOCOMY 1NN OOHY X-XPOMOCOMY U ABe Y-XPOMOCOMbI;
KNEeTKMU HEKOTOPbIX XXEHLUUH coaepXaT Tpu Unu ogHy X-
Xpomocombl. W3peaka HabnogarTca  KeHCKue  XY-
OpraHnU3Mbl UNN  MYXCKNUE XX-OpraHusmbl, OOHaKO
nogaenswoliee OONbLUMHCTBO JIOAEN BCE-Takn UMEKT
CTaHOAPTHYI KOHMUrypaumo nonoBbiX XPOMOCOM.



Y-XpoMocoMa TPaAULIMOHHO cYMTanachb cnabblM MeCcToM
MY>XCKMUX OpraHmamoB, COKpallalwnmMm reHeTn4ecKkoe
pa3Hoobpa3ne n npenarcTeyoWmMM asontouun. OgHako
nocnegHne wuccrnegoBaHUs MNokasanu, 4To cTpaxm 06
yraCaHnMn poda MYXCKOIro CWuJibHO TMpeyBeJIN4EeHbl: Y-
XpoMocoMa " He oymaeT CTarHMpoBaTb.
NccnepoBaHue, onybnukoBaHHoe B Nature (Jennifer F.
Hughes et al.,, Chimpanzee and human Y chromosomes are
remarkably divergent in structure and gene content),
MNOoKa3allo, 4TO CI'IeLI,I/ICbI/I‘-IeCKaFI 4acCcTb Y-XPOMOCOMbI
4yenoBeKa U OHOro U3 ero ornmxanmnx poacTBEHHUKOB —
LinMmnaH3e — OTJIN4aeTCA BeCbMa CUJTbHO.
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[TpeanonoXxeHnst y4eHblX O KOHCEPBATUBHOCTU Y-
XPOMOCOMbI OCHOBbIBANIMCb HA OObEKTUBHbLIX ddaKTopax:
nepenaBasiCb OT OTLUA K CbIHY 6€3 U3MEHEHUI (ANs X-
XPOMOCOMbI €CTb LiefibIX TP BapuaHTa — iB€ OT MaTepu
N ogHa OT OTLa, BCe OHM MOryT obMeHnBaTbLCS reHamu),
OHa HEe MOXEeT YeprnaTb reHeTn4yeckoe pasHoobpasme
N3BHE, NBMEHSASICb TOMNbKO 3a CYET NOTEPU rEHOB.
CornacHo aTon Teopuu, yxe Yyepes 125 Tbicad neT Y-
XPOMOCOMA OKOHYAaTESIbHO YracHeT, YTO MOXET CTaTb
KOHLOM Bcero 4Yenose4vectBa. OgHako BOT yXXe 6 MIH neT

pasgenbHOW 3BONLUUK YenoBeka M LMnaHse Y-
YDOMOCOMA VVenaellido MmedaaTtTed i1 nnornecciinveT
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