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KomMOMHaTMBHasA N3AMEeH4YUBOCTb

KombuHamueHasi u3MeH4YUBOCMb OCHOBaHa Ha
nepekomMoMHauum reHoB poauTesien BO BpemMs Menosa W
onnoaoTBopeHus. B pesynbrate CNMSHUA PoaUTENIbCKUX rameT
BO3HMKAKOT HOBbLIE KOMOWHaUMM TFeHOB, HO CaMM TreHbl W
XPOMOCOMbI OCTalOTCAA HEU3MEHHbIMMW.



NMCTOYHUKN KOMOMHATUBHOU UBMEHYUNBOCTMU

KoHbrorauymsa u Cny4daiHoe pacnpegerneHve Cny4yanHoe co4yeTtaHue
KPOCCUHIoBep XpPOMOCOM NpU Mmenose ramMeT Npu onrogoTBOPEeHUU
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MymauyuoHHasi uaMeH4Yu8oCmb — 3TO BO3HUKHO-
BeHMe HOBbIX BapUaHTOB AWUCKPETHbIX eaunHuUU
reHeTU4yeckoro martepumana (reHoB), rnaBHbIM
oOpa3omM HOBbLIX annernemu.

MymazaeHe3 - npouecc BO3HUKHOBEHUS MyTaLUM.

MymaezeH - pakTop, Bbi3biBalOLWNN MyTaLUIO.

MymaHm - opraHu3am, npuoopeTnmn Kakon-nmobo
HOBbIN MPU3HAaK U TEM CaMbIM U3MEHUBLLUUN CBOMU
deHOTUN B pe3ynbTaTe MyTaLuMm.



C.N. KopXXnHckum
(1861-1900 rr.)

'yro ae ®pus
(1848-1935 rr.)

Hay4yHoe onucaHue siBrneHuun
MyTareHesa ObIyl0o cAenaHo
nmub B 1899 Tr. pycckum
6otaHukom Cepreem WUBaHO-
Bu4eM KOpXMHCKMM ©n B
1901 r. ronnaHACKUM reHeTu-
koM 'yro ne ®pun3om, KOTOpbIU
BBEN TePMUHbI «MyTauusi» (oT
nar. «U3MeHe-Hue») 7
«MyTareHe3s».
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PunsnveckKkne MmyTtareHbl

IloBBIIIIEHHAsA

YanbrpadmoneroBble

Honunsupyromme
H3J1yYeHHs




XMunyeckKkme myTtareHbl

HekoTtopble ankanougbl: KOAXULUMH - OAMH U3  caMblIX
pacnpoCcTpPaHEHHbIX B CeNleKUun MyTareHoB, BUHKaMMUH;

OKUCNUTEeNnu u BoccTaHoBUTenu (HMTpaTbl, a30TUCTaA KUCIIOTa U eé
COJIN - HUTPUTbI, aKTUBHbIe POPMbI KUCNopoAaa);

HeKoTopble nectMuuabl (necTuumabl  rpynnbl  anbApwHa,
rekcaxnopaH);

HeKoTopble nuwieBble Aob6aBku (Hanpumep, apomaTuveckue
yrneesogopoabl (beH3on u T.n.);

NPoAYKTbl NnepepaboTkn HedTH;

opraHM4yeckue pacTBOpUTENM;

neKapcTBeHHble npenapartbl (Hanpumep, UMTOCTAaTUKK, NpenapaTthbl
PTYTU, UMMYHOOENPECCaHTbI).



bunonornyeckue myrtareHbl

 Cneuundunyeckue nocnepgosartesnibHoctTn AHK - TpaHCNO30HLI.
TpaHcno3oHbl - 2310 Yy4vactkm [OHK opraHnamoB, CnocCOOHble K

nepemelleHno (TpaHCNoO3uLMM) M Pa3MHOXEHUIO B npegenax
OAaHHOro reHoma. TpaHCNO30HblI MW3BeCTHbl MNOA Ha3BaHUEM
«npbiralowme TreHbl» U HABAAKTCA NpPUMMepaMun MOOUNBbHbIX
reHeTU4YEeCKUX 3NIeMEHTOB;

BUPYCbI KPAaCHY XU, rpunna, Kopu, ocnbl;

NnpoAyKTbl 06MeHa BellecTB (MPoAYyKTbI OKUCTIEHUSA NIUNNAOB);
MeTabonutbl nNpPoOTUCTOB (TOKCOMNMasma) WM MHOTOKNEeTOYHbIX
(kowaumm cocanbLMK) NApPa3uTOB.

HeBuUpyCHble U1  BUPYCHble  areHTbl  SABASKOTCA  NPUYNHOW

MHPEeKUMOHHOro MmyTtareHe3a. OHM BbiI3bIBalOT HapyLeHUA CUHTe3a
OHK, npouecca KpoCCuUHroBepa, pacxoXaeHusti XPOMOCOM MU
XpomaTtua B aHadhase menosa u MMTO3a.



'yro ne Ppus
(1848-1935 rr.)

OcHo8HbIe NoJsIoKeHUs
MymauyuoHHOU meopuu

1. MyTauMm BO3HMKaKOT BHEe3anHO KaK OAUCKpPETHbIe
U3MEHEeHUsA NPU3HaAKOB.
2. HoBble hopMbl yCTONUYMBLI U MOTYT NepeaaBaTbCA
NOTOMKaM.
3. MyTauum He o6Gpa3yroT HenpepbIBHbIX PAAOB, OHU
npeacTaBnAlT Ccob6ONM HOBble, KayeCTBEHHble
U3MEHEeHMUS.
4. MyTaumMm BO3HMKAKOT B pPa3HbIX HanpaBneHusX,
OHU MOryT ObITb BpeAHbIMU, TMOMIE3HbIMU U
HeMTpPanbHbLIMU.
5. BepoATHOCTb OOHapyXeHUs MyTauun 3aBUCUT OT
yucna uccriefoBaHHbIX ocoben.
6. OgHM M Te Xe MyTauMm MOryT BO3HUKaATb
HeoO4HOKpPaTHO.

Mymauuu = cnyqaﬁl-lo BO3HUKLLUNE CTOMKME WN3MEeHeHus

reHorumna, 3aTparmBawuime XpoMOCOMbLI, UX YAaCTU WUIIN
oTAaeJsibHbie reHbl.



Knaccudmkauma mytauumm
Tunbl Mymauyuti no xapakmepy uUaMeHeHuUsI 2eHomurna
leHHblIe (MoYyeyHble) XpomocomHbIe FeHoMHbIe
N3meHeHus oTAenbHbIX reHOB N3meHeHUs CTPYKTYpPbl XPOMOCOM MN3meHeHMe KonmyecTBa XpOMOCOM
opraHusma
TunbiI Mymauui no npu4uHaM 603HUKHOBEHUS
CnoHmaHHblIe UHAyyupoeaHHbIe

Bo3HuKaloT 6e3 BUAUMbIX NPUYUH

Bo3HuKaloT nog AaeMcTBueM MyTareHHbIX (pakTopoB

Tunbl Mymauyuti rno Jsio

Kaniu3auyuu 8 KiiemkKax

reHepamueHbIe

Comamu4yeckue

Bo3HuKaloT B rameTax u NnpoABNAIOTCA B crneayroWwnXx NOKorieHnsAX

Bo3HUKalOT B COMaTU4eCKUX KIeTKax, nposABIisdeTcA B 3TOM
opraHusme. MOFYT nepenaBaTbCs NOTOMKaM npu BeretTaTuBHOM

pa3sMHOXeHuUn

Tunbi Mymauuii no xapakmepy rnposiesieHusi

HdomuHaHmHbIe

PeueccusHbie

npOﬂBHHIOTCﬂ B d)eHomne B NepBOM NOKOJIeHUuu

He NMPoSABIAOTCA Yy reTepo3nroT un CMocoOHbI HaKanNnNMBaTbLCH B

MOKOJIEHUAX

Tunsbl Mymauuﬂ M0 8J/IUSIHUIO Ha XU3HedesimeslIbHOCMb opecaHuU3Ma

JlemanbHbie Cy6nemarnbHbie HeumpanbHbie lNone3Hble
MpuBoaAaT k rM6enu opraHnama CHMXKaIOT XKM3HECNOCOBHOCTb Mpw onpeaeneHHbIX yCrnoBUsX MoBbiwatoT
opraHusma He BNUSAKOT Ha OpraHu3m XN3HEeCNnoCcoOBHOCTb OpraHu3ma




MyTauuu
(no xapakrtepy
_ M3MeHeHwus reHoTuna) )
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[eHHble (ToOYeYHbIe) MyTauun

leHHbIe, unu moyeyHble, Mymauyuu BCTpe4valTcAa Hambonee yacto. OHN BO3HUKAIOT
Npu 3aMeHe O4HOro UM HECKONbKUX HYKNEeoTUAOB B npeaenax o4HOro reHa Ha gpyrue.
B pe3ynbraTte B AeATEeNIbHOCTU FreHa NPOUCXoasT U3MEHEHUs, CUHTe3npyeTcsi 6esok ¢
U3MeHEeHHOW nocnenoBaTeNiIbHOCTLIO aMUHOKUCIOT U, crieaoBaTesibHO, C U3MEHEHHbIMMU
CBOMCTBaMW, a B UTOre KakomM-To NPU3HaK opraHuama Oynet M3MEeHeH WUNU yTpaueH.
Hanpumep, 6narogaps reHHbIM MyTauuMsaM GakTepun MOryT NnpMobpecTu yCTOMYUBOCTDb
K aHTUOMOTMKAM MU OPYrum nekapcTeam, M3aMeHUTb (hopMy Tena, LBeT KOJIOHUM U T.4.
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[eHHble (ToOYeYHbIe) MyTauun

3aMeHa HYKneoTnaos
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TpaH3uyuu -
oAHO NypuHoBoOe
OCHOBaHue 3ame-
LjaeTcs Ha apyroe
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TPAHCBEPCHH

TpaHceepcuu -
nypumHoBoe
OCHOBaHue

3amMellaeTcs Ha

NMUPUMUONHOBOE

C.CI,BVIF PaMKN CHUTbIBAHUA
MOryT BO3HMKaTb B pe3ynbkraTte
CMOHTaHHbIX MyTaLWn, NPOUCXOAALLUNX
BO Bpemsa pennukauum AHK
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XpPOMOCOMHbIEe MyTaLuuu

BHympuxpomMocoMHble Mymayuu MexxxpomocomHasi
: [ : | : T : 1 mymayusi
'1‘;’::‘?‘:::? . Ytpata Oeneuus . Oynnukauma : WusBepcus | TpaHcnokauus

5 : : 5 : Ho TpaHcnokauuu Mocne TpaHcnoKaumMm
§ ﬁ MepecTpoeHHan
: ; Xpomocoma 20 XxpoMocoma 20
J MepecTpoeHHan
: Xxpomocoma 4

Xpomocoma 4

TpaHcnokauus




CvHAOpOM KowaYvybero Kpuka

CamMbIM XopoLwo U3yYeHHbIM 3aborieBaHMEM,
o0yCcnoBneHHbIM aeneuuen, ABNAETCA CUHOPOM
Kowa4ybe20 KpuKa, OnUCaHHbI® B 1963
rony XXepomom JlexxeHom. B ero ocHoBe nexwuT
aeneumsa  HeOONbLIOrO yyacTKa KOPOTKO-
ro nre4ya 5-m XxpomMocombl.

Ana 60nbHbIX XapaKTepeH psg OTKNOHEeHUN oT
HOPMbI: HapyLleHue dbyHKLUUUN cepaevHO-
COCyaAUCTOMN, NULLEeBapUTENIbHON cUcTeMm,
Hegopa3BUTHe roptaHm (c XapaKTepHbIM
KPUKOM, HaNnOMMHAKLWMNUM KoWwaybe MsiyKaHbe),
oOwee oTcTaBaHMe pa3BUTUSA, YMCTBEHHas
OTCTarioCTb, JIyHOOOpa3HOoe JNULOo C LUMPOKO
paccTaBneHHbIMU rnasamm. CuHagpom
BCTpeyaeTca y 1 HoBopoxaeHHoro ns 50000.




Cunpgpom lNpapepa-

NEE
UENEEN |
-

3aboneBaHne BnepBble ObINO onucaHo B 1956
rogy wBeuuyapckumu neguatpamu A. lNpagepom u
X. Bunnu. B ero ocHoBe nexut peneuvsa B
ANWHHOM nJieYye 15-1 XpoOMOCOMBbI.

OCHOBHbIE CUMMNTOMbI BKIHOYAKOT OXUpPEHUe;
NOHUXEHHbLIA MbIWEYHbIA TOHYC; MOHWXEHHYI
KoopAMHaUMIO AOBWXEHUW; MarieHbKnue KUCTU U
CTONbI, HU3KUA POCT; MOBbIWEHHY COHJIUBOCTb;
KOcorfiasme; CKOSIMO3; MOHMXEHHYK MJIOTHOCTb
KOCTEeN; ryCTyr CIIOHY; Nnoxue 3yObl; CHUXKEHHYHO
byHKUMIO NONOBLIX Xené3 U B pe3ynbraTe, Kak
npaBuno, 6Oecnnoaue; peyveBYHD  3a4epPXKy,
3a1epXKKy NMCUXUYeCKoro pasBuTUA; OTCTaBaHue B
OCBOEHUU HaBbIKOB 00LLEeN 1 MeJSIKOM MOTOPUKM.
CuHapom BcTpe4yaetTcsi Yy 1 HOBOPOXAEHHOro U3
12000-15000.



FeHOMHbIe Mymauuu - 3TO MyTaLuu,
npuBoasilime K U3MeHeHuo Yucna
XPOMOCOM B KJleTKe.
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[ } AHeynnounaus
NMonunnounaus
(reteponnoungusn)




[eHOMHBbIe MyTauuu(nonunnonaus)

lMonunnoudusi - KpaTtHoOe yBeNIMYeHMe 4ucna
XPOMOCOM B KreTKax B pe3yrbTaTe HapyleHUs UX
pacxoxaeHusa B MUTO3e unm menose. Comatunyeckme
KJTIeTKM TaKuX opraHM3mMoB cogepxart 3n, 4n, 8n U T.N.
XpOMOCOM B 3aBMCUMMOCTU OT TOrO, CKOJIbKO
XpoOMOCOM ObINIO B ramertax, obpasoBaBLUUX ITOT
opraHusm. lMonunnoumana 4acto BCTpedvaeTca Yy
OakTepu U pacTeHUn, HO OYeHb peako -
Y XUBOTHbIX.

NMonunnoungHbl ¥% BCeX KyNLTUBUPYEMbIX YenoBe-
KoM 3nakoB. Ecnu rannougHbin Habop xpomocom (n)
OnS MweHWubl paBeH 7, TO OCHOBHOM COpT,
pa3BoAMMbIN B HALLUX YCNOBUAX, - MArKas nweHuua
- UMeeT No 42 XpOMOCOMbI, T.e. 6n.

Lleemku Kariycmebl

4

Junnoudsl, 2n

S

>

Tempannoddbl, 4n

-

L 4
-

Okmonnouodsl, 8n
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AHeynnoudusi - WU3MeHeHue 4ucna
XPOMOCOM B TreHOMe OpraHu3ma, He
KpaTHoOe ransiougHomy Habopy.




Buabl aHeynnonaum

MoHocomuss (2n-1) - yMEeHbLUEHME 4YMUCla XPOMOCOM
(cuHapom LlepelwieBckoro-TépHepa).

NMonuncomwusna - yBeJin4yeHme 4Ynmciia XxpomocCcom:

Tpucomusa (2n+1) - cmHapom [layHa, cmHgpom daBapaca,
cuHapowm lNaray, cuHgpom KnanHdenbrepa;

TeTpacomus (2n+2);
neHtacomus (2n+3);
rekcacomus (2n+4).

Hynnmcomma (2n-2) - B Habope XpoMOCOM He
npeacTaBrieHa Kakas-HMOyAb napa XpomMoCcoM.



[eHOMHbIe myTauum (aHeynnouaus)

CuHppom D,ayl-la
(47, XX +21
47, XY +21)

B atom cny4yae B reHotune unun OTCYTCTBYeT
Kakafg-HuMbyab  XpomMocomMma, wunu, HaoboporT,
NPUCYTCTBYET JNIULLHAA. Yalle Bcero Takue Mmytauum
BO3HUKAKOT, €Cnv npm obpasoBaHMM rameT B Menose
XPOMOCOMbI Kakon-nimbo napbl pacxoasatca n obde
nonagarT B OOHY rameTy, a B Apyrov ramete oaHou
XpoMocoMbl He Oypetr xBaTaTb. Kak Hanuuue
NIVLLUHEN XPOMOCOMbLI, TaK U OTCYTCTBME €€ yalye
BCero npnBoAuT K HeGnaronpuATHbLIM U3SMEHEHUSIM B
¢deHOTUNE.

Tpucomus - cuHapom [layHa.

MoHocomua - cuHapom LlepeweBckoro-TepHepa
(45, X).

NMonucomus - cuHgpom KnanHdensrepa (47, XXY).



Cu

HApowMm [laTay -
(47, XX +13
47, XY +13)

XapakmepHbie npu3Haku

cuHOpoma lMamay:
- MuKpouedanua - - HegopasBuUTUE
yepena v rofiIoBHOro Mo3ra;
- pacLienvHa BepxHeun ryonol u HEDa;
- HM3KO nocaxeHHble pedopmu-
pOBaHHbIE YLWHbIe PAKOBUHbI;
- NONMUAAKTUNUS;
- (nekcopHoe norfoXxeHne nanbueB

PYK;

— BblINYKJible HOI'TU;
- nonepevHad nagoHHasA CKnagkKa.



CuHpgpom
LUepeweBckoro-TepHepa
(45, X)

OCHOBHbIe KJITUHU4YecKue

npu3Haku 3abosiesaHusi:
— KpbINOBUAHbIE KOXHbIe CKNaaku Ha
wee;
- KOpPOTKaA wWwes C HU3KOWN JIMHUen
pocTa BOJIOC;
- OTEKM Kucrten n cTon
HOBOPOXAEHHbIX;
- OouKooOpa3Haa rpyaHas KneTka;
— NOJSIOBON MH(PAHTUIIN3M;
- becnnopgue;
— TMNEepPNUrMeHTaLnA KOXWu;
— CHUXXeHMe 3peHUs U Cryxa;
- BpPOXAOEHHbIE MOPOKU cepaua wu
Noyex.



CuHpgpom
KnanHdensrepa
(47, XXY)

OcHo@HbIe KnnuHu4YeckKkue rNnpu3Haku

3aboneesaHusi:
— BbICOKUM POCT;
- ANCNPONOPUNOHANIbHOCTL KOHEYHOC-
Ten (3aBbilleHHAsi TanuUs U CIIULLKOM
OJNIUHHbIE KOHEYHOCTH);
-~ TeNoCNoOXeHne C U30bITOYHbIM
XUPOOTIIOXKEHUEM MO XKEHCKOMY Tumny
(wupokune 6égpa n y3kme nneun);
- LWMpPOKas nocagka rnas u Hebonbluas
cTeneHb nx MOHIOJIONAHOCTH,
AedopMMpoBaHHbIe YLHbIE PAaKOBUHBI,
OONbLUOU NMPUOTKPLITLIM POT, LUMPOKUN
M NJIOCKUN HOC;
- BpOXAEHHble pAedeKkTbl pas3BUTUA
nanbueB (KNMHopakTUNUA), aHOManuu
pPa3BUTUA YENOCTU U HOCOITOTKWU;
- Hepopas3BUTME MNOJIOBbLIX OpPraHoB
BeAEeT K becnnoauio B 3pesioMm Bo3pacTe.
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'A. HaHacoH
(1867-1939 rr.)

BrnepBble UICKYCCTBEHHbIE MY-
TauMm ObINMM  nony4YeHbl B
1925 r. COBETCKMM YYE€HbIM
'eopruem ApamoBuyem Haaco-
HOM U ero COTpyaAHUKamMum NyTem
obony4yeHuss OpPOXKeBbIX rpub-
KOB PEHTreHOBCKUMM fny4yamu.



lepman Mennep
(1890-1967 rr.)

B 1927 r. amepuKaHCKuun
reHetuk lepmaH Mennep
Bbi3blBasql HanpaBfeHHble
MyTauum, BO34EeUCTBYHA
PEHTreHOBCKUMM  nyYamu
Ha apo3odumn.



ComaTtunyeckue mytaumm

ComaTtunyeckue MyTaumun, MyTauumn, BO3HUKAWOLWUNE B KJIeTKax TeJila W
06ycn03nMBarou.|.Me MO3aNU4YHOCTb OpraHudma, T. €. o6pasoBaHMe B HEM
OoTAEeJIbHbIX Yy4YaCTKOB Terla, TKaHen WUJIN KNeTOK C OTSIMYHbIM OT OCTalfibHbIX
Ha60p0M XpOMOCOM UJIU TEHOB. Comatunyeckue MyTaunUn MOryT nepenaBatTbCs
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Onucanu aBneHue
NECTPOSINCTHOCTUN Y
pacTeHMn HOYHOM KpacaBuLUbI
U NNbBUHOrO 3eBa, KoTopas
HacnepyeTtcs yepes

uuTonnasmy.

JApBuvH bayp Kapn KoppeHc
(1875-1933 rr.) (1848-1935 rr.)




Ecnu mytauusa 3atparnBaer
AOMWHAHTHbIW FeH, U OH
noaaBrisieT NposiBrieHne

annenbHOro peLeccuBHOrro

reHa, roBopsAT o6
ayTOCOMHO-AOMWUHAHTHOM
HacrnegoBaHUM.

Cunpgpom MapdaHa



lMonudakmunus - pa3BuTHe
AOMNMONMHUTENbHbIX NanbLeB.




AyTOCOMHO-peLecCUBHbLIe

AYTOCOMHO-pELI,ECCVIBHOE HacnegoBaHme

Poauntenn

O ©
OTeu Matb Orteu Matb
(HocuTenb) (3popoBa) (HocuTenb) (HocuTenb)
| | Hemn | | |
Q Q © i
CbiH Houb CbiH Houb CbiH Houb CbIH Houb

(Hocutenb)  (HocuTenb) (3mopoB) (3mopoBa)  (3popoB) (HocuTenb)  (HocuTenb) (6onbHa)



Anb6UHU3M - BPOXAEHHOE OTCYTCTBUE
NMUrMeHTauumn BOJIOC, KOXU U pagyXXHOU
O0OONOYKU rnasa.




