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Tepmun myranus 001 BBeieH Xyro ne @pusom it 0003HaYeHUsT TPeoOpa30BaHus TEHOTHUIIA TIOJ]
BO3/JCICTBUEM BHEIIHEH WM BHYTPEHHEH cpeabl. SIBleHHMEe MyTalnuu OCHOBAaHO Ha W3MEHEHHUU
IIOCJIEIOBATEIBHOCTY Map HyKJIeoTuAoB, cnararomern JHK-cnmpanes w  kogupyromend Ipu3HAKU
opranusma. Myranuuu, 3aTparuparoiue oJHy napy HyKJI€OTHI0B, Ha3bIBAIOT TOYEYHBIMHU.

IIpuyuHbI MyTALMIL:

* Bremnue: Y®-u3nydyeHue, XUMHUUECKUE MyTareHsl (a30TUCTasi KUCIO0Ta, aKpUAWH), MOOUIIbHBIE
JJIEMEHTBHI (MPAHCNO30HbL, PEMPOBUPYCbL)

* Buyrpennue: ommbku JIHK-monumepasbl, cucTeMbl penapaiyy, HENpaBUIbHOE CIApHBaHUE
OCHOBaHUH

Hyxneotun MoeT BCTyNUTb B XHMMHMUecKyro peakuutoo, JIHK- H
MoJMMepa3a MOXKET OMIMOWTBCS W TMOJACTABHTh HEKOMIUIGMCHTAPHBIA  ||TO3UH I
HYKJICOTUA. Tak BO3HUKAIOT CIIOHTaHHbIE TO4YeYHble MyTamuu. Hanbonee NN SH
pacipoCTpaHEHHBIM BHJOM CIIOHTaHHBIX TOYEYHBIX MYTallMi SBISETCS _NN
mpanzuyuss — 3ameHa mapsl G-C Ha A-T u HaobopoT. DTo cieacTBue ) \IOr

OKHCIIUTENIBHOTO JE3aMUHHUPOBAHUS UIUTO3MHA M QJICHWHA, WMEIOIIUX
aMUHOTPYIIBL, ¢ OOpa3oBaHHWEM Yypaluia ¥ TyaHHHa, COOTBETCTBEHHO.
Cuuraercsa, 4YTO Ha paHHUX OJTamax ospojtonun, korga JIHK-memns

CTaHOBMJIACh MHCTPYMEHTOM HACITEJICTBEHHON MaMSTH, Ae3aMUHHPOBAHUE YPALWNI NO
OUTO3MHA OO ypanuiia OBLIO CTOJIb YaCTHIM U BPCAHBIM JIA OPraHuU3MOB, N 'I\l
4TO KOJIUpYIOIIas poiib ypamuia rmepemia K TumMuHy. [loaTomy il
npucyrcteue ypanuiaa B JIHK-memm ObicTpo oOmo3HaeTcs CHCTEMOM 0

penapamu 1 yCTpaHseTcsl.

SBnenne mpanceéepcuu — 3aMeHBl MypUHA Ha TMUPUMHUIUH U HA0OOPOT — dYallle BCETO BHI3BAHO
ommoOkoit JIHK-monmumepassl. Uneansroit JITHK-monmmepassl He CyIecTBYeET, Tak K€ Kak He CYIIEeCTBYET
BEYHOI'O JBUTATENs, OJHAKO u3BecTHO, uTo JIHK-momumepassl apxeit ommbatorcs pexe, uyem JIHK-
noyimMepasel  dyoakTepuil. KOHTpoOnh W3MEHYMBOCTH TIO3BOJMJI apXesM BBDKHTH B OUYEHb Y3KOM
IUarna3oHe cpell, JyOakTepusM >K€ BBICOKAas YacToTa MYyTalldii IO3BOJHMJIA OCBAaMBAaTh OOIIUpPHBIE
TEPPUTOPHH.

[IoMUMO CTIOHTAaHHBIX MyTallMi CYIIECTBYIOT MYTAllMM WHIYLIUPOBaHHbIE. HeKoTOpble MyTareHsl
(manpumep, Opomypanui) BcrpaumBaroTcss B nenb JIHK. EHONbHBIA CHBUT B MX CTPYKTYpe MEHSIET
KOJIMYECTBO BOJOPOJIHBIX CBSI3€M M, KaK CJIEACTBHE, HapyIllaeT KOMIUIEMEHTapHOCTb U CTPYKTYpY
JIBOMHOW criupasii.
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MyTanuu HHIYIUPYET Takke yiabTpaduoieToBoe uznydenue. Ilpu sTom oOpas3yroTcst cBOOOHBIE
panuKaibl, OKUCIAIOUIME aMUHOTPYIIbl HYKJIEOTHJIOB, a OOpasyroluecs TUMHUHOBBIE JUMEPBl TaKKe
Hapywmarotr crpykrypy JAHK-cnupaim. Hapymennas crpykrypa JHK TopMosur perumkanuto,
CIOCOOCTBYET pa3pbIBaM LIENU M OKa3bIBAET HOBBIM AMMUIeHETUYECKUN A3PPEKT Ha TPAHCKPUIILUIO TeHA.

[Tomyuaercsi, 4TO JTOKYCHI T€HOMA, ITO/IBEPTAOLINECS YaCTHIM MYTAIUAM, COCTOSIT 3 BapHaOeIbHbIX
HYKJICOTH10B. Unciao BapuaOenbHBIX HYKJIEOTHJIOB Iopa3fo MEHbIIE OOLIero yucia HyKICOTHIIOB B
TeHOME  KaXJIOro oOpraHmsMa. OJTO  OOBsICHAETCS  OOJBIIMM  YHCIOM  KOHCEPBATHBHBIX
IOCJIEI0BATEIbHOCTEH, OHM MHBapHaHTHBl. B HuxX 3ammdpoBaHa wuHpopMmanus o crenupuuecKux
BBICOKOYTIOPSIIOUEHHBIX CTPYKTYpax (akTUBHBIC HEeHTPHI pepmentoB, PHK-mmuneku u np.). Maneiimme
MYTallM B JAHHBIX JIOKYCaX JIETAIbHbI U HE 3aKPEIUIAIOTCS B TeHO(OH 1€ OMYJISIIHH.

Hepenko myranum 3a1eBarOT HE OJMHOYHBIE HYKJIEOTH[BI, a LEJIbIE UX ITOCIEI0BATEIBLHOCTH B
cocTaBe XpoMocoM. Tak BO3HMKAIOT XPOMOCOMHBIE MyTallHH.
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eneyus — 3T0 OJlHA U3 CaMbIX PAaCHpPOCTPAHEHHBIX XPOMOCOMHBIX MYyTallHil, MpU KOTOPOIl 4acTh
XPOMOCOMBI OKa3bIBAeTCsl yTepsSHHOHU. [lenenuu ObIBAalOT MHTEPCTUIIHATIBHBIE (BHYTPH XPOMOCOMBI) MU
TEPMHUHAJIBHBIE (C KOHIA XpOMOCOMBI). YacTO OHa BO3HUKAET IMPH pPa3pbIBE XPOMOCOMBI BO BpeMs
aHadaspl, MpU 3TOM Bce (PparMeHTHl, HE COJEpXKallde B CBOEM COCTaBe IIEHTPOMEp, HEH30ekKHO
TEPSIFOTCS, TaK KaK HE HMMEIOT BO3MOXKHOCTH aJeKBAaTHO MPHUKPENHUTCS K BepeTeHy zeneHus. [lpu
KPOCCHHIOBEPE XPOMOCOMBI C JeJlelHeldl W HOPMaJbHOM TOMOJOTMYHOM XPOMOCOMBI Yy TOCJIEIHEN
(GopmupyeTcsi KOMIIEHCATOpHasi HeTis, oOpa3oBaHHas HECNapeHHbIM (parMeHToM. J[lenmenus, Kak H
ar00ast MyTalus, MOXKET ObITh Kak MOJIC3HOW, TaKk U BpeAHOH. Hampumep, TsKenblii CHHAPOM KOLIaYbero
KpHKa OOYCIIOBJICH TEPMHUHAIBHON JIeJeIIUell B KOPOTKOM IIeYe S XPOMOCOMBI. Y PYCCKOTO HaceleHUs
OIMH U3 CaMbIX BBICOKMX IOKazaTeneil ycroWumBoct kK BHY (16%), o0O0yciaoBIeHHBIH



WHTEpPCTUIIMANBHOM nenenueil mo reHy Oenka CCRS5-0632 (perenTop, HCIONB3YeMBId BHPYCOM ISt
BHepeHus B T-mumdorur).

Jynaukayus — eme oOIHAa PacIpOCTpaHEHHAas
XpoMocoMHasi abeppaiius, TpU KOTOpoi (parMeHT

XPOMOCOMBI YBEJIMYUBAET YHUCIO CBOMX KONMHUH B TEHOME. A AlR A AI A
Jymmkanusi B XpOMOCOME YacTO COIYTCTBYET JIEJICLUH B A B 2§ 214 214 &
TOMOJIOTMYHOM Xpomocome. [Tpuunna KpOeTCs B ABICHUM B c—o cil ol i
HEPABHOI0 KPOCCHHIOBePa, KOTOPHI BO3HMKAET NpHU C [
CMEIIEHHOM  CIapuBaHUKU TOMOJIOTOB B  00jacTu i D Ol ERcHD
MHOTOKOITMMHBIX MOCIEI0BATEIbHOCTEN (KJIaCTEPhl FEHOB, E Ed r@aDWE ‘
objmactu Tenomep U Ap.). B wurore mpoucxomut E :

HEpaBHOCWIBHBIM OOMEH (parMeHTaMH, ¥ B OJHOH £ 3 . .
XpOMOCOME BO3HHMKAeT NyIUIMKalMs, a B Jpyron — F

Jenenusl.

Eme ogHa npuymMHa AyIUIMKaUUi — HETUIINYHAS PEIUIMKALNSA, KOTJa MaTPU4HAs LENb IPOXOANUTCS
JHK-nmonumMepasoil HECKOJIbKO pa3. fBiIeHHe NynjauKauuyd OYEHb IUIOJOTBOPHO CKA3aJ0Ch Ha MPOLECCE
9BOJIIOLMM. YBEJIMYEHUE YKCla KONUI IMeHOB M UX Hocienyromas ougepeenyus (rpy0bo roBops, mocie
OYTUIMKALMW KaX/ash KOMHS TeHa (OKUBET CBOEH J>KM3HBIO» W WHIMBUAYAJIbHO HaKalUIMBaeT B cebe
MyTallM) CTaId OCHOBOW JJIS MPOLIECCOB M3MEHUMBOCTU M Pa3BUTHUS OMOJIOTMYECKOI0 pazHOOoOpas3usl.
Bonee Toro, maccoBas mymmikamus ¢pparmento, konupyromux pPHK, conpsbkennas ¢ ammumdukanneit
SIPBILIEK M aKTHBM3alLMel HapaOoOTKu Oenka, craja >KU3HEHHO Ba)KHBIM IIPOLECCOM MJIs KIIETOK
SMOpHOHA U CEKPETUPYIOIIUX KIIETOK.

Hneepcua — pa3BopoT ¢parmeHTa XpoMocombl Ha 180 rpagycoB — BCTpedaeTcsi pexe, ueMm
npeIpIAYIINe MyTalllK, TaK KaK OHa MPEeojaraeT He TOJBKO pa3phiB (parMeHTa B JBYX MeCTaX, HO M
€ro NMOBTOPHYIO BCTaBKY(MHCEPLMIO) Ha Ipenslayiiee Mecto. VIHBepcust BiedeT coOON M3MEHEHHUs He
KOJIMYECTBEHHBIE, HO KAYECTBEHHBIC, TOBOPs TOYHEE, U3MEHEHUS 9NUSEHEeMUUECK0o20 Xapakmepa, BElb
B3alMHOE PACIIOJOKEHUE I'€HOB HAa XPOMOCOME BIIMSIET Ha XapaKTep MX JKCIPECCHUH. XPOMOCOMHAas
LEHTpOMEpPa MOXKET Kak ObITh, TAK U OTCYTCTBOBATh B MHBEPCHOHHOM (parmeHte. B coorBercTBHM C
9TUM, BBIACIIAIOT NEPULICHTPUYECKHUE U NTAPALEHTPUYECKUE UHBEPCUN.

(a) Paracentric Inversion heterozygote (b) Pericentric inversion heterozygote
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Inversion loop, including crossover

Resultant gametes Resultant gametes

1 A_B_ € D L 1 NCO Normal sequence 1;_:;2;(:2;;;; 1+ NCO Normal sequence
A B C d a SCO Dicentric; A B C d a SCO Duplication and
2 el Reanei®> 4 duplication and deletion 2ESESSSSNRELSE Sl aSS® 4 deletion
3 @ d ¢ b e f = NCO Inverted sequence 3 . O S A i ~ NCO Inverted sequence
£ e b ¢ P E F SCO Acentric; f e b c B P IF SCO Duplication and
4 G R R 2' duplication and deletion 2GS ceRssResnidcResRasma 4 deletion

Ecnu y XpoMocoMmbl ¢ MHBEpCHE HMMeeTcs HOpMallbHBIH TOMOJIOT, TO B ClIy4ae KpOCCHHIOBepa
BHYTPY MHBEPTHPOBAHHBIX ()ParMEHTOB BO3HHUKAIOT CEPHE3HBIC XPOMOCOMHBIE abeppanny, TPUBOASIIINE
K HEXH3HECHIOCOOHBIM TaMeTaM U, KaK CIIeACTBUE, CHW)XEHHOW ¢epTwibHOCTH. B  mpouecce
KPOCCHHTOBEpa HHBEPTHPOBAHHBIN (hparMeHT 00pa3yeT MHBEPCHOHHYIO METIII0, HO TaK KaK KOHIIBI TETIN
IPOIOJDKAIOT OBITH CBSA3AaHBI C (pparMeHTaMU MO OOKaM MPOTUBOIOIOKHBIM HOPME CIIOCOOOM, TO IMOCTe
KPOCCHHTOBEPA B OJJHOM XpOMOCOME BO3HUKAET ACNEIHS, a B APYTOil — TyTIIIMKAIHSL.



Camble TsDKENbIE IIOCHENCTBUS HECET KPOCCHHIOBEpP B MEPULIEHTPUYECKUX HMHBEPCHOHHBIX
dparmenTax. B 3TOM ciyyae OfiH TOMOJIOT CTAHOBHUTCS allEHTPUUYECKUM, & APYTOM — AUICHTPUYICCKHUM.
EcrectBenHO, nepBblif B mporecce aHadasbl CKOpee Bcero OyneT MONHOCThIO YTEpSH 32 HEHMEHHEM
LEHTpoMep. BTopoil roMoJior yaiie BCErO pacXOJUTCA ABYMsS LIEHTPOMEpaMH K pa3HbIM IIOJIFOCaM
(sIBJIEHHE JMIIEHTPUYECKOrO0 MOCTHMKA B aHadase BBISBISECTCS IUTOJOTUYECKH), YTO MPUBOAUT K €ro
Hen30exHOMY pa3pbiBy. [1o00Has HEMONHOIEHHOCTh T€HOMA JUIsl TaMeT JieTaldbHa. TakuMm o0paszom,
ramMeTbl BbDKMBAIOT TOJBKO B Ciy4ae OTCYTCTBUS KPOCCHHTOBEpPa C HMHBEPCHOHHBIM (DparMeHTOM.
DBOITIOLIUS HCTIONIB3YET 3TO OOCTOSTENBCTBO JJISi KOHCEPBALMU HanboJiee BBHIFOJHBIX HAOOPOB aJlIeyeH.

Tpancrokayusi — I3MEHEHHE MECTOIOJIOKEHUS ()parMeHTa XpOMOCOMBI B TEHOME — TOXE SIBIISIETCS
BechbMa crnernududeckoid Myrammei. [Ipu  penunpoKHONW TpPaHCIOKAMM JBE€ HErOMOJIOTUYHBIC
XPOMOCOMBI, BO3MOKHO, BCJIEICTBUE JOCTATOYHOIO CONMKEHHUSI, B3aAMMHO OOMEHHUBAIOTCS (parMeHTaMU
(yame Bcero TEepMHUHAIBHBIMM). PenunpokHas TpaHCIOKalus OJHOrO W3 TOMOJIOTOB MPUBOAUT K
HETUIHMYHOMY KPecTooOpa3HOMY KPOCCHHIOBEpPY, B KOTOPOM JBE Mapbl FOMOJOIOB CBS3aHBI APYr C
JPYrOM MOCPEACTBOM CHAPEHHBIX TPAHCIOLMPOBAHHBIX YYaCTKOB.

Pazymeercs, ®U3HECIOCOOHOCTh TaMeT B JIAHHOM

(a) Possible origin of a reciprocal translocation between ClIydac 6YIleT 3aBUCHUTb OT TOT'O, KaK pa3OI7IIl€TCﬂ 9Ta
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ABISETCS  JEeTanbHOM.  M3BecTHBIM  mpumep  —
HacieayeMblii cunapoM [layHa, crnenmduyeckas Tpucomus mo 21 Xxpomocome, BO3HHMKAIOMIAs IMpU
pOOEpTCOHOBCKOM TpaHcioKkanuu Mexay 14 um 21 xpomocomoil. PobGepTcoHOBCKHE TpaHCIOKALUU
ABIIAIOTCA OJHUM M3 HauOosee pacnpOCTPAHEHHBIX TUIIOB BPOXKACHHBIX XPOMOCOMHBIX AHOMAIUN Yy
yenoBeka (1:1000 HOBopoxaeHHbIX). WX HocuTenu (QEHOTUIIMYECKH HOpPMallbHBI, OJHAKO Y HHX
CYILIECTBYET PHCK CaMONPOM3BOJIbHBIX BBIKMJBIIMIEH W POXACHUS JeTell ¢ HecOaJaHCHPOBAaHHBIM
KapuoTHrnoM. HekoTopsle ydeHble 1osiarator, YTo poOepTCOHOBCKUE TPAHCIOKAIIMK B TEHOME IIMMIIaH3e
MOJIO’KUJTM HaYaJlo IUBEPreHIIMH 00€3bsHBI U YETIOBEKa.

I'eHOMHBIC MyTaUMH BIUSAIOT HA XPOMOCOMHBIM COCTaB M IJIOMJHOCTb F€HOMAa, OHM BO3HUKAIOT,
KaK IpaBWIO, IPU HapyLIEHUU PACXOXKJIEHUS XPOMOCOM B MHUTO3€ WM Meio3e. DTO MOTryT ObITh
NaTOJIOTUM BEpeTeHa JeJIeHHs, HENPaBWIbHOE PpACIONIOKEHUE LEHTPOMEp, OIIMOKH peryisiuu
KJIETOYHOTO LIMKJIa U T.. MOHOCOMHUS BO3HMKAET, KOT/la B JUIIOMIHOM T'€HOME OCTAaeTCs TOJIbKO OJIHa
U3 TOMOJIOTUYHBIX XpoMocoM (2n-1). Camblif U3BECTHBIH IMpPUMEP MOHOCOMHMHU Yy YE€IOBEKa — CHHIPOM
[HepemeBckoro-Tepuepa (MOHOCOMHUSI 1O X-XPOMOCOME Y JKEHIIHMH, HU3KOPOCIOCTb M OECIIOTHE).
OOmmpHYyIO Aeienrio B 5 XpoMocoMe (CUHIPOM KOIIAUYbero KpukKa) HepeaKo s yao0cTBa 0003Ha4YatoT
KaK YaCTU4Has MOHOCOMHMSI.

Tpucomus BOZHMKAET MPU HAIWYUHU JONOJHUTEIBHON TOMOJOTHYHOW XPOMOCOMBI B JIUILJIONTHOM
reHoMe (2n+1). Camble H3BeCTHBIE TNpPUMEpPHI y dYeloBeka — cupapoMm Jlayna (tpucomus mno 21
XpOMOCOME), B OTJIMYHE OT TprucomuH o 13 xpomocome (cunapom Ilatay) u mo 18 xpomocome (CHHIPOM
OnBapaca), cuHapoM JlayHa BO3HMKAeT dalle, HO y OTUX JeTed MEHbIle paHHsS MOCTHaTalbHas
CMEPTHOCTb. BO3HUKHOBEHHE [ONMOIHUTEIBHOW X-XPOMOCOMBI Yy MY)KUMH IPUBOAUT K CHHIAPOMY
Knaitngenbrepa (eBHYXOHUHOE TEIOCIO0KEHUE, YMCTBEHHAs! OTCTAJIOCTh).

Aneynnouous, T.e. paCXOKICHHUE PA3HBIX XPOMOCOM B COCTaBE T€HOMA IO KPATHOCTH TaIIONTHOMY
HaOopy (BkiO4YaeT B ce0s MOHOCOMHU U TIOJUCOMHH), HEPEIAKO SIBISETCS NPU3HAKOM PAKOBOTO
NepepOoKICHHS KJIIETOK, B KOTOPBIX BEPETEHO JIEIEHUS MOXKET UMETh MHOTOIOIIOCHOE CTpoeHHe (Ooblie
IBYX IMOJOCOB). [loaunnouduss — yBEIWYEHUE KpPAaTHOCTH BCEro IeHOMa TalVIONJHOMY Habopy
(TpUIIOUAMs, TETPAIIOUAMS M T.JI.) XapakTepHa M KIETOK C BBICOKMM YPOBHEM METAa0O0JIMYECKOM



AKTUBHOCTH (HampuMmep, KJIETKH NEYEHHU), MOJUIUIONANS HEPEeIKO BO3HMKAJa B MPOLECCE IBOJIOLUU, a
TaK)Ke CO3/1aBaJIaCh UCKYCCTBEHHO JIJISl TOJIYYEHHS] BBICOKOYPOKAUHBIX CEJIbCKOXO3SIICTBEHHBIX KYIBTYP.

Kak kJieTka pearupyer Ha BOSHHKIIYIO MYTAllHIO?

MyTtauus MOeT 3aKpenuThCsi B F€HOME, IIPU 3TOM OHA MOYKET HE NPOSIBIATHCS B (PEHOTHUIIC
(Monuawas mymayus, dYame B COCTaBE WHTPOHOB WJIM TIPH M30BITOYHOCTH T'EHETHYECKOrO Koja
aMHMHOKHUCIIOTBI, B COCTaBE€ KOJIOHa KOTOPOM BO3HMKJIA MyTauus). MyTanus MOXeET IOJ0XKHUTEIbHO
CKa3aTbCs Ha B3aUMOJAEWCTBUM OpPraHM3Ma C OKpY’Karolled cpenoil (nonodxcumenvras mymayus), Toraa
OHa 3aKpEeNuTCs YK€ HEe B €IMHUYHOM T'€HOME, a reHooHe nonyasaiuuu. Ecin ke MyTaius npuBoauT K
nedexraM (namonozuveckas mymayus), oHa JUOO0 HE 3aKperuisieTcs B TeHO(OH e MOIYIISIUN COBCEM,
a100 COXpaHAETCs B BUJIE aJlJIeJI C HU3KOM YaCTOTOH.

B knerke cymecTtByer chneuMalbHas cucmema penapayuu i1 BOCCTAHOBIEHUS IIEPBHUYHOMN
CTPYKTYpbl T'€HOMa — B JTOM Cllydae IPOUCXOIMT pesepcus mymayuu. Ecin peBepcus NpoU30LUIA
HEIIOCPEICTBEHHO B JIOKYCE, II0JBEPIIIEMCs MyTallMK, TO OHA NepBUYHA. ECM 10nOIHUTENIbHA MyTalus
B IPYI'OM JIOKYCE KOMIIEHCUPYET 3P PEKT UCXOAHOM MyTalluK, TO peBEPCHsl BTOPUYHA.

Hns  Oomee mOIpPOOHOTO O3HAKOMJICHHS C KJIETOYHBIMH MexaHm3mamu penapanuu JIHK,
pexkomOuHanmu JIHK, a Takxke poau MOOWJIBHBIX 3JIEMEHTOB B 93BOJIIOLMOHMPOBAHMM TI'€HOMA,
pexkomennyem oOpatuthes K kaure b.JIbionna «I'eHbi».



