SAJAHUSA JISA CAMOITIOATI'OTOBKHA
1Mo y4eOHou aucuumiiniae «Meauko-0M0J10ruH4YecKue 0CHOBBI
KOPPEKIUOHHON MeJarorukKu U MCUuXoJI0Trum:
OCHOBBI FTeHETUKH YeJI0OBEKA»

YACTD 2: HACJIEACTBEHHAA U3MEHYUBOCTD

'enHoTunuueckass HM3MEHYMBOCTH B 3aBUCUMOCTH OT MPHUPOJLI  KIETOK
No/Ipa3/iesieTCs Ha ceHepamueryto (N3MEHEHUsI B HACJICICTBEHHOM armapare ramer)
U comamuyeckyto (A3MEHEHUS B HACIEACTBEHHOM armapare KJIeTok Tena). B pamkax
TEHEPATUBHOM M COMAaTHMYECKOW WM3MEHYMBOCTH BBIICISIOT KOMOWHATHUBHYIO H
MYTAIMOHHYIO U3MEHUYHBOCTb.

KoMOnHaTuBHAsi WM3MEHYHUBOCTh BO3HHMKAET ~B. ICHOTHIIAX TMOTOMKOB
BCJICACTBUE CIydyailHOW mnepekoMOuHanuu asieneid. CaMu TeHbl TPU OTOM HE
U3MEHSIOTCSI, HO TEHOTUIIbI POJUTENIeH W neteits pasnudyHbl. KoMOnHaTHBHAS
M3MEHUYMBOCTh BOSHUKAET B PE3YyJIbTATEC HECKOIBKUX MPOIIECCOB:

e HE3aBHCHUMOIO PACXOXIACHUS XPOMOCOM B MPOIECCE MEN03a;
e PEKOMOHWHAIIUM T'€HOB MPU KPOCCHHTOBEPE;
e CJIy4ailHOM BCTPEYHU raMeT NP OMI0JOTBOPECHUH.

KomOuHaTuBHAasT ~ M3MEHYUMBOCTH  SABJISETCS  TVIABHBIM  HMCTOYHHKOM
Ha0JI10/1a€MOT0 TeHETUUECKOT O pa3Hoo0pasus. M3BecTHO, 4TO B TEHOME 4YelloBeKa
coaepxkurcs npuMepHo 30—40 Teic. reHoB. OKOJIO TPETH BCEX I'€HOB UMEIOT OoJee
4eM OJIMH aJljieib, T. €. SABIAIOTCSA MOJUMOPGHBIMUA. OIHAKO JaKe MPH HATHYHH
JIUIITH HEOOJIBIIOT 0 YK EIIa JIOKYCOB, COAEPIKAIINX IO HECKOIBKY ajieeH, TOJIbKO
npd pekoMOuHanuu (BCJICACTBHE IEPEMEIIMBAHUS TEHHBIX KOMIIJIECKCOB)
BO3HHUKAET KOJIOCCATHbHOE MHOYKECTBO YHUKAJIBHBIX T€HOTHUIIOB.

Tak, TosbKO npu 10 reHax, coaepskamux o 4 ajiesist Kakabli, TEOpEeTHYECKOE
YUCJIO YHUKAIbHBIX TUILIOUIHBIX T€HOTUIIOB cocTaBiigeT 10 Mummapaos!

[TockoJIbKYy OKOJO OJHOW TPETH TE€HOB B TEHOME YEJIOBEKA SBJISIOTCS
NoJIUMOP(GHBIMHA, TO TOJIBKO 32 CUET PEKOMOWHAIIMKM CO3JAETCS HEeHCYepriaeMoe
TeHEeTHYeCKOe pa3HooOpa3ue denoBeka. B CBOIO odepear HEMOBTOPUMOCTD
FEHETUYECKOM  KOHCTUTYLIMM BO MHOIOM  OINpEAENsieT YHUKaJbHOCTh U
HEMOBTOPUMOCTD KaXJ0T0 YeJIOBEKa.

MyTauMoHHass HM3MEHYHMBOCTH OOYCJIOBJIEHA MYTallUSIMU — YCTOMYUBHIMU
M3MEHEHUSIMU TE€HETHYECKOro MmaTephana M, COOTBETCTBEHHO, HAcCJeIyeMOro
MpU3HAaKa.



§ 2.1. TloHsiTHe 0 MyTareHax u MyTAIHSX

Mymacen — coegMHEHHE XHMHUYECKOW, OHONOrMYecKod WM (HU3NYECKOI
OPUPOJIBI, CIIOCOOHOE TMTPSMO WM KOCBEHHO TOBPEXIATh HACIEICTBEHHBIC
CTPYKTYPBI KIICTKH.

Mymayus — B IIUPOKOM CMBICJIEC CIIOBa BHE3AITHO BO3HHUKAIOIIEE HACIETyeMOe
u3MeHeHue. Jlpyrumum crmoBamMu  MyTanus — JI000€  CTPYKTYpHOE WU
komno3uimonnoe wusmeHenne B JIHK opranmsma (B mocnenoBaTelbHOCTH
HYKJICOTHIOB,  T€HOB,  XpOMOCOM),  TPOM3OIIEIIIee  CIOHTAaHHO WU
MHIYIIUPOBAHHOE MyTareHaMH.

[To MPOUCXOKIECHUIO MYTAareHbl MOXHO pa3iCiuTh Ha IK302eHHble (MHOTHE
(dakTOoppl  BHEIIHEW Cpefbl) U dHOo2eHHble (00pa3yloTcss B IIpolEecce
KHU3HECATCITLHOCTH OPTaHNU3Ma).

[lo npupose BO3HHMKHOBEHHWS pa3MYaroT: (U3HUECKHE, XUMHUYECKUE U
OHMOIOrHUeCKre MyTareHsbl.

K ¢usuyeckum mymaecenam oTHOCSATCS:

e  HMOHHW3UPYIOIIUE U3ITydeHUs (HalpuMep, o-, B- U y-U3IydeHHs, pCHTTEHOBCKOE

U3ITy4YeHUe, HEUTPOHBI);

e  paJMOAKTUBHBIC OJJIEMEHTHI (HAampUMEp, pajauii, pajoH, H30TOMBI Kalus,
yrjiepoaa u ap.);

e  YIbTPauOJIETOBOE U3ITYyUYEHUE;

e  UYPE3MEpHO BBICOKAS WJIM HUA3Kas TeMIIepaTypa.

K xumuueckum mymazernam oTHOCSTCS:

e  CWIbHbIE OKUCIUTENM WJIM BOCCTAHOBUTENW (HampuMep, HUTPAThl, HUTPUTHI,
aKTUBHBIE (DOPMBI KHCIIOPOA);

e  AIKWIMPYIOUIME areHTHl (HarmpuMep, HomaineTaMun);

e  TECTHIHALL (HarpuMmep, repOUInIbl, PYHTUITUIBI);

e  HEKOTOpPBIC MHUILEBbIE JOOABKH (Hampumep, ukiaMarsl, N HUTpO3aMUHBI,

KapOamartsl  Jp.);

e  TIONUIUKINYECKHE aPOMATHUECKHE YTIIEBOIOPObI (POAYKTHI IEPEPAOOTKH

HeDTH);

e  OpraHWYECKHE PACTBOPHUTEIIN;
e  JIGKQpPCTBEHHBIC Mpenaparthl (HampuMep, MUTOCTATUKH, PTYTh-COIECPKAIIIHIE

CpeaCTBa, UMMYHOJETIPECCAHThI) U IPYTHe XUMHUYECKHE COeTUHEHUSI.

K buonocuueckum mymazenam OTHOCSTCS:
e  HEKOTOpbIE BUPYCHI (HapUMep, KOpU, KPACHYXHU, TPUIITA);
e  TPOAYKTHI OOMEHA BENIECTB (HAPUMED, MPOAYKTHI MEPEKUCHOTO OKUCICHUS

JUIUIOB);

e  AHTHUICHBI HEKOTOPHIX MUKPOOOB M MAPa3UTOB.



K nambonee mmpoko pacnpoCTpaHEHHBIM MyTaréHaMm, ¢ KOTOPHIMHU YEJIOBEK
HEMOCPEJCTBEHHO KOHTAKTUPYET B CBOEH TOBCEIHEBHOM JKM3HHM, OTHOCSTCS:
necmuyuovl, 00JaJA0IINE UCKIIOUUTEIBHO BBICOKOM CTOMKOCTBIO K XUMHUYECKOMY
U OHOJIOTMYECKOMY pAa3lIoKECHUIO, MUHEpalbHble U Op2aHudecKkue y0oOpeHus.,
SBJISIIONIMECS] ~ OCHOBHBIMM ~ TIOCTaBIIMKAMU B OKPYKAIOUIyl0  Cpeny
HUTPOCOCIMHEHUN — MYTareHHbIX W KaHIEPOTCHHBIX OKHCIIOB a30Ta, HUTPATOB,
HUTPUTOB, HUTPO3aMUHOB U Jp. K MmMHPOKO HCHONB3yeMbIM BEIIECTBAM C
BBISIBICHHBIMU ~ MYTaréHHbIMH  CBOWCTBAMU  OTHOCUTCS  MOJIUXAOPOUGheHU,
MPUMEHSIIONTUNACS B KaueCcTBE TUIACTU(UKATOPA, HAMIOTHUTENS,, KOMIOHEHTa CMOJI,
pe3uH, TUnorpadCcKux Kpacok, TEKCTUIBHBIX KpacUTEIeH.

Cy1iecTBeHHBIM HMCTOYHUKOM MYTAareéHOB B OKPYXKAlOIIEeH cpeje SIBISIOTCS
POMBIIIJICHHBIE OTXO/IbI U BCEBO3MOXKHBIE OTKPBITHIE TEXHOJIOTUYECKHUE TTPOLIECCHI,
MOJIBEPTaroIINe YeJIOBEKa JACHCTBUIO PAa3TUYHBIX BHICOKOPEAKTUBHBIX COCIUHEHUMH,
B YAaCTHOCTHU QIKUAUpYIOWUX. DTOMY KJIACCy COEAUMHCHUN XapaKTEpHa BBICOKAs
peaKIMoHHasi CIOCOOHOCTh, & MEXaHU3M JIEHCTBHS 3aKITI0UYACTCS B aJKWJIMPOBAHUU
JIHK, T.e. BBeJeHMH B a30TUCThIE OCHOBAHUS ~METHJIOBBIX, JITHJIOBBIX W Jp.
paaukaigoB. VIMEHHO B JTOM Kiacce COCAMHEHHN OOHapyXeHbl BEIeCTBa,
oOnafaroniye OrpoOMHOM MYTareHHOW CHJIOM ‘MU OTHOCUTENIBHO HE BIMSIOUIME Ha
KU3HECIIOCOOHOCTh OpPraHU3MOB U KJIEeTOK, Ha3BaHHble WM.A. Pamomnoptom
cynepmymazenamu. JIns co3MaHusl PazaUYHBIX THUIIOB a’3pO30JI€id, M3TOTOBJICHUS
IJIACTMACCOBBIX YIAKOBOK, M3OJSIIIHOHHOTO Marepuaja IIMPOKO HCIOIb3yeTCs
BUHUIXIOPUOD, O0TATAIOIINI MyTareHHbIMU U KaHIIE€POT€HHBIMH CBOMCTBAMM.

HNCcTOYHMKOM MYTareHHBIX COCIMHEHUMN SIBIAIOTCS W HEKOTOPBIE MHIIEBHIE
npoayKThl. Tak, OpH KOHCEPBUPOBAHUU HCIIONB3YIOTCS TAKHWE MYyTareHbl, Kak
Gopmanun, 2excamemuieHmempaniut, Humpam kauus, Humpam Hampus U ap. U
XOTS CHJIBHBIX “MYTAT€HOB B TMHIIEBBIX NPOAYKTaX HE BBIABICHO, MpobiaemMa
3aKJII0YaeTcs B OICHKE CyMMapHoro 3¢@dexra OT COCIUHECHHH, 00Jagaroniux
cnaboil U cpenHel MyTareHHOW aKTHBHOCTHIO. OINpeAenuTh Malyl0 MYTareHHYIO
aKTUBHOCTb TPYJHO, K TOMY JK€ LTI P BEHIECTB, O0JAAIONINX MYyTareHHOMN
AKTUBHOCTBIO W3J]JaBHA TMPUCYTCTBYET B YACTO YMOTPEOJISIEMBIX MHUIIEBBIX
NpoAyKTax (HANpUMep, Kogeun, manuH) W 3alPETUTh WX HCIIOJIH30BAHHE
HEBO3MOXHO.

BonpocsI 1715t camonoaroroBku (12):

1. Kpatko oxapakTepu3yuTe TUIIbl H3MEHUYUBOCTH;

2. JlaiiTe onmpeneneHus MOHATHSAM «MYTareH», «MyTaIlus,;

3. HamummuTe, kak Ki1acCHPUITMPYIOT MyTareHsbl IO MPOUCXOKACHHUIO, TPUPOJIC
BO3HUKHOBEHUS.

4. Tlepeuucnure MUPOKO PACIPOCTPAHEHHBIE MyTar€HBbI.




§ 2.2. HexoTopbie npuHUMIBI KIacCH(PUKANMM MYyTallH
I'en MoxeT OBITh OXapaKTepU30BaH IO €ro CTPYKType U JACHCTBHIO.
CoOOTBETCTBEHHO 3TOMY MYTAI[MM MOXHO KJIAaCCU(PUIMPOBATH MO TEM MpPHU3HAKAM U
CBOICTBaM, KOTOpBIE ONPENENSAIOTCS TE€HOM, T.€. MO (EHOTUNY, a TaKXKe IO
XapakTepy U3MEHEHUI B XpOMOCOMAX, JIOKAJIM3ALMH U TIp.
Knaccudukanus myranuid mo jokanuzalnuy B kieTke: CreayeT pa3inuyarhb

yumoniasmamuieckue N sidepHvle MyTalluu. SlnepHble MyTallMd B OTJIMYUE OT
[ATOIUIA3MATUYECKUX CETPETUPYIOT M PEKOMOMHHUPYIOT COTJIACHO 3aKOHaM
Mengens. IluTommazmMaThuuecKre BO3HUKAIOT B OpraHesiax IUTOIUIa3Mbl M
nepeaarTcs 00see CI0KHBIMUA MYTAMH.

Pasnuuaror cenepamusnvie 1 comamuueckue Mmytauuu. llepBpie BOZHUKAIOT B
KJIETKaxX MOJIOBOTO 3a4yaTKa M B MOJIOBBIX KieTKaxX. CoMaTUUeCKuE — B KJIETKax
Ipyrux TKaHeu tena. Eciiv reHepaTuBHasi MyTalMsi BO3HUKAET B OJTHOW KJIETKE Ha
paHHEH CTaJNM 3a4aTKOBOTO MYTH WIH JACIEHUS CIIEPMATOFOHUEB UM OOTOHUEB, TO
OHAa Pa3MHOXKUTHCS MPOMOPLUOHATBHO KOJIUYECTBY JICJICHUM, MPU 3TOM IOJOBUHA
MOJIOBBIX KJIETOK OyZeT HECTH MYTAHTHYIO aJljicib, a MOJIOBUHA — HOPMAJIbHYIO.
Oco0b ¢ TaKUMHU TIOJIOBBIMU KJIETKAMHU OyJeT HEeCTU «IIy4YeK» MYTaIllui — MO CYTH
OlHA M Ta €, HO pa3MHOXKEeHHas. -COMAaTUYECKUe MyTalluu MPOSBISIOTCS
Mo3an4yHo. OcoOu, HecylHre y4yacTKW. MYTAHTHOW TKaHHW, HA3bIBAIOT MO3aMKaMU,
win xumepamu. HeoOXoauMoO OTMETHTb, YTO TMOCKOJBKY KIETKH COMaTHYECKHX
TKAaHEN AUIUIOWJHBI, TaKHMe MyTallid MOTYT IpOSIBUTBCS TOJIBKO B Ciy4ae HX
JOMUHAHTHOCTH, WIM TMPUCYTCTBUM PELECCHUBHOM MyTallMM B T'OMO3UTOTHOM
COCTOSIHUH.

MyTtammii  MoxkHO kjiaccudunmpoBath 1o denoruny: [lockoiabky TreHbI

OTIPEJIEISIIOT TIOCHEAOBATENBHYIO 1I€TIh MPOIECCOB MPU PA3BUTUU OpraHU3Ma, T.€.

MOP(OJIOTHIECKYIO, (PU3HOTOTHUECKYyI0 W OHOXUMHUYECKyIo AuddepeHImauio

TKaHEH W COCTABIISIIONINX UX KJIETOK, TO KilacCHU(pUKAIU MYTAIMI 110 UX JCHCTBHIO

MoJIe3Ha TPU M3YUYEHUU 3aKOHOMEPHOCTEHW OCYIIECTBICHUS HACIIEICTBEHHOCTU B

X0JI€ MHANBUYAIBHOTO Pa3BUTHS opranu3mMa. [1o neicTBri0 MyTaHTHOTO T€Ha, T.€.

0 €T0 MPOSBICHUIO, YUCTO YCIIOBHO MYyTAIlUH Pa3ICISIIOT Ha

o Mopgonocuueckue — N3MEHSIOT XapakTep pocTta U (HOPMHPOBAHUS OPTraHOB Y
KUBOTHBIX WJIH pacTeHud. Hampumep, KOPOTKOHOTOCTh y C/X KUBOTHBIX,
OECKPBIIIOCTh Y HACEKOMBIX.

o Qu3zuonocuueckue — TOBBIIAIOT WM TOHIKAIOT  KU3HECITOCOOHOCTH
OpraHU3MOB.

o buoxumuyeckue — COOCTBEHHO MyTAIMH, TOPMO3SIIUE WIA U3MEHSIOIINE CUHTE3
OTIPEJICTICHHBIX XUMUYECKUX BEIIECTB B OpraHu3Me (ClIeTyeT OTMETHTh, YTO B
OCHOBE BCSIKOTO JIEWCTBHSI TEHOB M BCEX MYTallUi JIeKAT OMOXMMUYECKHE
MIPOIIECCHI).



Knaccudukanus myranmii mo aedctBuio: JlanHas knaccudukanusi BOEpBbIE
ObL1a mpeasioxkena Mémnepom B 1932 r. B ee 0CHOBY MOJIOKEHBI HANPABICHUE U

CUJIa ICVCTBUSL MYTAHTHOM ajulesid B CPAaBHEHUHU C ACHCTBUEM HOPMAJIbHOM ajuienu
(nuxoro tumna). CorinacHo 3TOM KJIacCU(PUKALUUA MyTalluu OPa3aesaioT Ha:
o [unomopgnvie — MyTanuu, AEHUCTBYIOIINE B TOM K€ HANPaBJICHUH, YTO U T'€H
JUKOT0 (HOPMaJbHOI'0) THUIIA, HO JIAIOIINE HECKOJIBKO OCTIa0IeHHBIN 2P (DEKT.
o AmopgHble — MyTaluu, HEAKTUBHBIE B OTHOILIEHWM THUIIMYHOTO 3(deKTa
HOPMAJILHOTO ajutessl (HanpuMmep, albOMHU3M — TUTMEHT HE CHHTE3UPYETCS).
o  Aumumopghnvie — MYyTalH, NeNCTBUE KOTOPBIX ABIIAETCS
IPOTUBOMOJIOKHBIM TUKOMY THUITY.
o Heomopgnuvle — Takue MyTaluu, NEUCTBHE KOTOPHIX COBEPIICHHO OTIMYHO
OT JeHCTBUS F€HOB JAMKOr0 THIIA.
o [unepmopgnvie — myTtanus, B pe3yjbTaTe KOTOPOH I'€H CTaHOBUTCS Ooiiee
AKTHUBHBIM.

CoObITHS, TPUBOASAIINE K BOSHUKHOBEHUIO MYTAIlii, HA3bIBAIOT MYTallUOHHBIM
nporieccoM  (mymaeenezom). Pa3zaudvaroT CHOHTAHHBIA W HMHIYLMPOBAHHBIM
MyTareHe3. Pa3zjeneHne  MYyTalMOHHOTQ . IpOIlecca Ha  CIOHTAaHHBIM U
WHIYLIIUPOBAHHBIN B ONPEICICHHON CTEHEHH YCIOBHO.

Cnonmannvie Mymayuyu BO3HUKAIOT \CaMONPOU3BOJIBHO, B XOJ€ €CTECTBEHHOTO
MeTaboau3Ma KIETOK U OpraHu3Ma 0e3 BUIUMOTO JTOTIOJHUTEIHHOTO BO3IEHCTBUS
Ha OpraHu3M BHEWHUX (akTopoB. CHOHTAHHBIE MYTAallUM MOTYT BO3HMKATh,
HanpuMep, B Pe3ysibTaTe AECUCTBUS XMMUUYECKUX COCAMHEHHM, 00pa3yrommxcs B
mpoiiecce MeTadoM3Ma; “BO3JEHCTBUS ecTecTBEHHOro (GoHa pamuamuu uiaun Y O-
U3ITyYeHUST; OMIMOOK PEIIMKALIUU U T.JI.

Hnoyyuposanuole ~ mymayuu — 5TO MYyTallid, BbI3BAaHHBIC HAIPaBICHHBIM
BO3JICCTBEM (hakTOpOB BHEIIHEW WM BHYTPEHHEW cpeabl MHIyrupoBaHHBIN
MYTaIIMOHHBIN * TPOIECC MOXET OBbITh KOHTPOJIMPYEMbIM (Hampumep, B
HKCIIEPUMEHTE C LETbI0 U3YUCHUS] MEXaHU3MOB JCHCTBUS W/WIH UX TOCIECICTBU)
U HEKOHTPOJIMPYEMBIM (Hampumep, B pe3yibTaTe OOJy4YeHHs] TpU BBIOpOCE
PaAMOAaKTHBHBIX DJIIEMEHTOB B Cpely OOMTaHUS).

Bonpocsl 17151 camonoaroroBku (13):

=

HamumuTe, kak k1accu@UIMpyrOTCS MyTaIllUX O JIOKATU3AINHA B KICTKE;
2. Hanmmmre, kak KiacCuGUIMPYIOTCS MyTalluy 10 PEHOTHUITY (JIEHCTBHIO
MYTaHTHOI'O T'€HA);

HamumuTe, kak K1accuGuIupyroTcsi MyTaIllH 10 ACHCTBUIO;

4. JlaliTe ompeeieHne MOHATHSIM «MYyTareHe3», «CTIOHTAHHbBIE MYy TAIAI,
«AHTYITUPOBAHHBIC MYTAITHI.

w




§ 2.3. Kaaccndukanuss Myrauuii Ha XxpoOMOCOMHOM YPOBHe

SInepHble N3MEHEHHMSI, KaK MPAaBUJIO, ICJAT Ha 3 OCHOBHBIX THIIA (Tabnuua 3).

Knaccudukanusa Mmytanuii Ha XpOMOCOMHOM YpOBHE

Tabmuna 3

M3MeHeHus uncna XxpoMocoM
(reHOMHBIE MyTallUN)

M3meHenus yncia u nopsaka

PaCIIOIOXKCHNA I'CHOB

(cTpyKTYpHBIE MyTaliH, a0epparim)

H3menenus WHIWBUOYAJTbHBIX

T'CHOB

(reHHBIE, COOCTBEHHO MYTAIIHH)

Tpanzunuun
IIypUH—ITYPHH;
Momnormon TepMmuHanbHas NUPUMUIVH-
MoHononaus
1 (1n) (xoHIIEBAs) MNUPUMUITH
(AT T 1
3ameHa
Jenemus . )
OCHOBaHHUHU
TpancBepcun
ITypun —
Tpunnona HuTepkanspHas
(3n): (nsrepe ATEE MU PUMUIUH
9 HHT TUIIHUAJIbHAasA
pCTHIL (AST; AL
I'ell; I'eT)
Tonummonaus
Terpamion | Hynnukarg
I (4n); ns
IlepuneHTprYecKas
I'excannon P P
(6n) (oxBaTHIBAFOIIAS
pi | . -
WHuBepcrsi | LEHTPOMEDY) Muccenc
Hymucom ITapanenTpuieckas B MyTatiH
uk (2n-2); (oKoOmoLeHTpOMEpHas) (ynanenme) (u3MeHeHME
CMBICTIA)
Penunpoxuas OJIHOTO WU
SIUITPOKHBIN 0OMEH
Momocom (P p HECKOJIBKUX
acTKaMH i
K (20-1); y4 OCHOBAaHUM
HErOMOJIOTHYHBIX (MyTaIHs co
XPOMOCOM) CIOBUTOM
AHeyIonans Tparc Tparcro3umms pamKu
H -
Tpucomuk p (HepenHmpoKHasi, B CUNTHIBAHMS )
JIOKAIIHS .
(2n+1); Mpeziesax OaHOI Homcenc-
XPOMOCOMBI) MyTalun
PoGepTcoHoBCKast (TepMuHaLus O
TaTpacomu (TeHTpHYECKOE CIASTHAC curaany TK)
K (2n+2) AKPOIICHTPUKOB C
MOTeper KOPOTKUX IIJIeY)

1. I3MeHeHHsI YHCJIa XpOMoOcoM (WM TeHOMHbIe MyTanuu). B pesynabTaTe

T'CHOMHBIX MYTaHI/Iﬁ 06pa3y10Tc;1 OpraHusMbl C OTIMYHBIM OT HOPMAJILHOI'O THIIA

KOJIMYCCTBOM XPOMOCOM. DT SABJICHUS UrparoT 60J'II)HIYIO POJb B 3BOJIOOHUH

paCTeHI/Iﬁ N IHAPOKO HCIIOJIB3YIOTCA CCIACKIOUMOHCPAMM JId BBIBCACHHUS HOBBIX

COPTOB ¥ BUJOB PACTCHUMU.




Aneynnouous. B HopManibHOM XpOMOCOMHOM Habope J1M00 OTCYTCTBYET OAHA
uau  Oonee XpoMocoM, JMOO MPUCYTCTBYET OJHA Ui Oojee J100aBOYHBIX
XPOMOCOM.

o Hynnucomux — opraHusM, COAEpKalluii Ha OJHY Mapy XpPOMOCOM MEHbIIE
HOPMBI, 00I1I€€ YHCII0 XPOMOCOM 2N—2;

e Monocomuxk — OpraHU3M, COJIEPKAIIUN HAa OJHY XPOMOCOMY MEHBIIE HOPMBI,
oO11ee 4uciio XxpoMocom 2n-1;

o Tpucomux — B XpOMOCOMHOM HAa0Ope MPUCYTCTBYET OJHA JIMILIHAS XpPOMOCOMA,
oO11ee 4uciio Xxpomocom 2n+1;

o To>mpacomux — B XpPOMOCOMHOM Ha0Oope NPHUCYTCTBYET JBE JIMLIHUE
XpOMOCOMBI, O0LIEe YHCIO XPOMOCOM 2N+2;

Mononnoudun. Yvucno HaOOPOB HETOMOJIOTHUHBIX XPOMOCOM OTIMYAETCs OT
IBYX. BOABIIMHCTBO 3yKapHOTHYECKUX OPTaHU3MOB AUIUIOWIHBI (2N), T.€. HECYT MO
JiBa HAOOpa HErOMOJIOTHYHBIX XPOMOCOM B COMAaTHYECKO# KileTKe U oHOMY (N) — B
ramertax. Mononiouonvie OpraHU3MbI COJIEPIKAT 10 OAHOMY Habopy xpomocoM (N).
3aMeThM, 4TO AJI1 HEKOTOPBIX OPraHM3MOB TaKOe TOJIOKEHHUE SIBISETCS HOPMOM
(HampuMep, camIibl myen);

Honunnououn. IlonunioudHvie OpraHU3Mbl UMEIOT OoJjiee ABYX HaOOPOB
HErOMOJIOTHYHBIX XPOMOCOM (TPUIUIOMIBI — OpraHu3M HUMeeT Tpu Habopa
xpoMocoM (3n), teTparuions — yerbipe(4n) u 1.1.). Hanbonee pacrpocTpaHeHBI
MOJIUTUUIOUTHBIE OPTaHU3MBI, Y KOQTOPBIX YUCIO XPOMOCOMHBIX HaOOpOB B KIIETKE
KpaTHO ABYM: (4 — TeTparionably 6 — reKCarIonabl, 8 — OKTOIUIOU/IBI).

2. U3MeHeHHe YHCIA U MOPSAKA PACHOJIOKEHNSI T€HOB (MEXICHHbBIC, WU
CTPYKTYpHblE HU3MEHEHUs). B OCHOBE MEKI€HHBIX HM3MEHEHHWI JIEKUT pa3pbiB
XpOMOCOMBI. B “00NbIIMHCTBE Cily4aeB (parMEeHThl CHOBAa BOCCOEIUHSIOTCS II0
MECTY pa3pbiBa; U OH OCTAETCs He3aMEUEHHbIM. EciH e 3TOro He MpOUCXOAUT, TO
mu00 pa3opBaHHBIE KOHIIBI OCTAIOTCS OTKPBITHIMH, JIMOO MOTYT BOCCOETUHUTHCS
HENPABUJIIBHO, YTO MPUBOAUT K XPOMOCOMHOM HEpECTporKke. PaccMoTpum 3TOT
Mpoliecc NoApoOHEe:

Omkpuimule pazpwient. [Ipu pa3psiBe XpOMOCOMBI 00pa3yeTcs JBa GpparMeHTa
— anleHTpudeckuii (6€3 MeHTPOMEPHI) U EHTPUISCKUN. ATEHTPUUECKUN (parMeHT
npu muTo3e yTrpauuBaercs. Cynpba MEHTpUYECKOro (parMeHTa MOXKET OBITh
nBosikoi: (1) ecnm kieTKka IUIUIOWIHA, W YTEPSH HE3HAUYUTEIbHBIN (GparMeHT
(Hampumep, KOHIIeBasi HEXBAaTKa WJIM TEPMUHAJIbHAS JIEJIClHs) OHA MOYKET BBIKHUTH
u Je(UIUT TeHOB KOMIIGHCHPYETCA IIeJIOM TOMOJOTHMYHOW Xpomocomoil. Ecnu
TaKOW MPOLECC HEBO3MOKEH, TO (2) «JIUNKUN» KOHEIl MOBPEKICHHON XPOMOCOMBI
CTPEMHUTCS BOCCOEAUHUTBCS C XPOMATHA0M, UMEIOIIEH aHAJIIOTUYHOE MTOBPEKICHUE.



Xpomocomusle nepecmpoiiku.  XpPOMOCOMHBIE TEPECTPOUKH (UX TaKKe

Ha3bIBAIOT aleppalusMi) BO3HUKAIOT B Clydae JABYX WU 00Jiee€ XPOMOCOMHBIX

pa3pbiBoB (puc. 14). OHKM MOTYT 3aTparuBaTh YHUCJIO ICHOB B XpPOMOCOMAaX (IeIeIuN

Y QyTUIUKALUK) U JTIOKAJU3aIMI0 TEHOB B XpOMOCOMax (MHBEPCUU U TPAHCIOKAIUH).
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ﬁ HopmanbHaa xpomMocoma
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FIHBEpCHA
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Puc. 14. Cxematndeckoe I/I306pa)KCHI/I€ MEPCCTPOCK PA3HOT'O THUIIA

Jleneyus, nayu HEXBaTKa. YTPA4€H y4yacTOK XpoMocoMbl. Ciydail KOHIIEBOU
(TepMUHAIBHOW)  JA€NeUdy - ObUI  MOAPOOHO  PacCMOTPEH  BBHIIIE.
WNuTepkanspubie (MHTEPCTUIIMANIBHBIE) €U BO3HUKAIOT B CIIy4yae JBYX
pPa3phIBOB XPOMOCOM ¢-00pa3oBaHUEM TpeX (pparMeHTOB.
Jlynaukayus, nin yasoenre. OIMH U3 yYaCTKOB XPOMOCOMBI IIPEACTABIEH B
XpOMOCOMHOM Ha0ope 6oJiee 0HOTO pa3a.
Hneepcus BO3HUKAET B pe3yibTaTe ABYX Pa3pbIBOB B OJHOW XpPOMOCOME, HO
IpU YCIOBUM, YTO BHYTPEHHHUH (parMeHT XpOMOCOMBI COBEPIIUT MOBOPOT
Ha 180 rpamycos, T.e. €ro MoJIPHOCTh U3MEHUTHCA Ha oOpaTHyro. HBepcum
HE BIIMAIOT HA KU3HECTIOCOOHOCTH KJIETKH M HE BBI3BIBAIOT (DEHOTUITUYECKUX
U3MEHCHHM, 32 HCKIIOYCHHEM CIIy4daeB, e BaxeH S(QQEeKT MoNoxKeHus
reHoB. MIHBEpTUPOBAHHBIM YYaCTOK XpPOMOCOMBI MOXET BKJIIOYATh WJIU HE
BKJIIOYaTh LEHTpoMmepy. B nmepBoMm ciiyduae HMHBEpPCHUS Ha3bIBACTCS
nepuyenmpuueckot (T.e. OXBaTbIBAIOUIEH IEHTPOMEPY), a BO BTOPOM —
napayeumpuieckoii (OKOJIOLEHTPOMEPHOM).
Tpancnokayuu. Ecnu pa3pbiBbl OKa3bIBaIOTCS B JBYX XPOMOCOMAaX, TO MpPH

BOCCOCJMHCHUHA BO3MOXXEH 0OMeH (parmenramu (puc.15). Tlpu cummeTpuaHOM

BOCCOEJIMHEHUH OO0pa3yIOTCsl HOBbIE XPOMOCOMBI, B KOTOPBIX MpPOM30IIENT OOMEH

AUCTAJIbHBIMH Y4YaCTKaMKW HCTOMOJIOTMYHBIX XPOMOCOM. Takue TpaHCJIOKalu

Ha3bIBAIOTCA peyunpoOKHbIMU.
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Puc. 15. Tunsl TpaHCIOKAIMI Ha MPUMEPE XPOMOCOM YeJIOBEKa

Y4acTok XpoOMOCOMBI MOXET TaKKe H3MEHSITh CBOE TMOJOXKEeHHe U 0e3
PELUIIPOKHOr0 0OMEHa, 0CTaBasiACh B TOM ke XpOMOCOME, HJIM BKJIIOYAsICh B KaKylO-
HUOYIb JApyryto. Takue HEpeUUIPOKHbIE TPaHCIOKAIIMM WHOT/A Ha3bIBAIOT
MPAHCROZUYUAMU.

B cnyuae coenuHeHuss ABYX aKpOLIEHTPUYECKHX XPOMOCOM B parlOHE HX
IEHTPOMEP C TMOTEPEH KOPOTKUX IUIeY HAOIIOJACTCS IEHTPUUECKOE CIUSHUE —
POOEpMCOHOBCKAS MPAHCIOKAYUSL.

B omnnume OT WHBEpCUM, TpaHCIOKAUU NPENSATCTBYIOT HOPMAJIBHOMY
MEN03y. Y rerepo3uroT Mo TPAaHCIOKALMU JIBE TPAHCIOLHUPOBAHHBIE XPOMOCOMBI U
WX HOpPMaJbHBbIE TOMOJIOTH TPH KOHBIOTAIMU O0pa3yloT KBaJAPUBAICHT, KOTOPHIN
HAa3bIBACTCS MPAHCIOKAYUOHHBIM KDECHIOM.

3. U3mMeHeHUs] MHAMBUAYAJbHBIX TeHOB (BHYTPUTCHHBIC W3MCHCHHUS, WU
MyTallii B HauOoJiee Y3KOM CMBICIE€ 3TOro ciioBa). bomee TouHOoe Ha3BaHUE
BHYTPHUT€HHBIX MYTallMii — TOYKOBBIE MYTAIlMH, TaK KaK OYCHBb CJIOKHO OTIMYUTH
WCTUHHBIC BHYTPUTEHHBIC MYTAIlMd OT MAJIBIX CTPYKTYPHBIX HM3MEHECHHU THITQ
MUKpoeenuii (tadiuma 3).

3amena ocnoeanuil. 3aMeHbl MOTYT OBITh JIBYX CYIIECTBEHHO Pa3JIMYHbBIX
THUTIOB:

o Tpan3uyuu — 3aMeHa OJJHOTO TTypHUHA HA IPYTOW WM OJHOTO MUPUMHUINHA Ha
npyrou. Bo3amoxnsl 4 tuna tpansunnii: A<l T« L;
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o Tpanceepcuu — 3aMeHa IIypuHa Ha NUPUMMIUH U HA000pOoT. Bo3MOXkHBI 8
TunoB TpaHcBepcuii: AT, A« '« I[; '— T.

B 3aBucMMOCTH OT TOro, B KAKOM T'€HE, Ha KaKOM JTare Pa3BUTHs OpraHu3Ma
MpPOU30IIa 3aMEHa OCHOBAHUS, €€ MPOSBICHUE W TMOCIEIACTBUS MOTYT OBITh
Pa3JINYHBIMH.

Muccenc-mymayuu. B CTpyKTYypHBIX I'€Hax OOJBIIMHCTBO 3aMEH OCHOBAaHUM

OPUBOAUT K BO3HUKHOBEHHUIO MYTAllMd C HM3MEHEHHEM CMbIciaa (MIS-Sens), mpwu
KOTOPBIX OJHAa aMHUHOKHCIIOTAa 3aMEHSETCS ApYrou. byaer nm 3ta 3aMeHa UMETh
(dbeHoTUIIYEeCKOE TTPOSIBJICHKE, 3aBUCUT OT €€ XapakTepa U nojoxxkeHus. [lockonbky
KOJl BBIPOXKJIEH, MyTallsi B KOJIOHE HE€ BCErJa NPUBOJUT K 3aMEHE OJHOU
aMHHOKHUCJIOTHI Ha Apyryto. [locneacTBusl 3aMEHbI BapbUPYIOT B 3aBUCUMOCTH OT €€
MOJIOKEHUS B LIUCTPOHE.

Honcenc-mymayuu. 3amMeHa OCHOBAHUS MOXET NPEBPATUTH KOJOH B KAKOM-

00 U3 TPEX HOHCEHC-TPHUIUIETOB, KOTOPHIC HE KOJAUPYIOT HUKAKUX aMUHOKHUCIOT
(TK — Tepmunupyomuii kogoH). Takue TPUIUIETHI HE TPAHCIUPYIOTCS, TPUBOIS K
MPEXKICBPEMEHHON TEPMUHAIIMU PACTYILEH MOTUIISHTUAHON LIEeTH.

Mymauyuu co cosuzom pamku cuumeléanua. Jleneuuss OJHOTO WU
HECKOJIbKUX TPHUILIETOB BJIEYET 3a COOOU' yTpaTy OJIHOW WM HECKOJIbKUX
AMHHOKHUCJIOT U3 COOTBETCTBYIOIIETO mojumnenTuaa. @eHOTUIINYECKOE TTPOSIBICHUE
3aBUCUT OT 3HAYEHUS yTPAUYCHHBIX AMUHOKUCIOT sl (DYHKIIMOHUPOBAHUS JAHHOTO
Oenka. Hampumep, w3BecTHa ACIEIWs, 3aTpardBarolias Hadajgo HUCTpoHa B wu
KOHeIl UucTpoHa A. MyTaHT c TakoW Jenernuen, yrpaunBaeT QYyHKIUIO A, 0JHAKO
coxpanseT pynkiuo B. To ecTh, ocraBmmascs yacte UCTpOoHa B TpaHcmupyeTcs B
HOPMAJIBPHYI0 aMHUHOKHCJIIOTHYIO IOcieaoBaTeIbHOCTh. Ho, ecnmu Obl  ObLIO
MPOMYIIEHO OJIHO MJIW, JBa OCHOBAHUSI B TpPUIUIETE, TOTAA MPU TPAHCISIIIUM,
HauMHas C «yCEUEHHOr0» TPHUILIETa, BCE aMHUHOKHCIOTHI B IIENH OKa3aJUCh OBl
«OIINOOYHBIMID).

Takoli «cIBUT paMKW» IIOJydaeTcsl IMPpU JFOOOW Jeleld WM BCTaBKE
OCHOBaHHWM, 32 HCKJIIOUCHUEM TEX CIy4aeB, KOTJa UX YKCIIO KpaTHO TpeMm. MHorue
TaKW€ MYTALUH SBJISIFOTCS HOHCEHC-MYTAIASIMH, TTOCKOJIBKY PAHO WJIM MTO3HO JTal0T
HOHCEHC-KOJI0H BAoJb nenu JHK.

BonpocsI 1jist camonoaroroBku (14):

1. CoctaBbTe cxeMy KiacCU(DHUKAIIMK MyTaIlMi HA XpPOMOCOMHOM YPOBHE;
2. Hanmmmre, kak Kiaccu(GUIMPYIOTCS TCHOMHBIC MYTAIlHH;

3. HanmummuTe, kak knaccupuImpyroTcs CTPYKTypHBIE MYTalluu;

4. Hamumute, Kak KIacCHPUITUPYIOTCS TEHHBIE MYTalllH;
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