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IIJIAH JIEKIIUA

MyTanuu:

ONpecICHUE U KiIacCUu(UKaLIHS.

I'eHOMHBIE M XPOMOCOMHBIE MYTAIIMMH:

BHUJIbl, MEXaHN3MbI, OHMOJIOTMYECKHE 3(P(HEKTHI, HOMECHKIATYypa.
I eHHbIC MyTAllUM:

BHMIbl, MEXaHU3MbI, OMOJIOTMYeCKUE I(P(EKTHI, HOMECHKIIATypa.
Yacrora myranumu.

ConuajbHble 1 OMOJOTHYECKHE MOCACACTBUA MYTALIUM.

BpO)KI[eHHI)Ie, ceMelHbIe M HACJEACTBeHHbIe-0071€3HU ;
omnpejelIeHUe, KnacCu(uKalus, XapaKTepHbIC U OTIUYNTEIbHbBIC
OCOOEHHOCTH.



Bomnpoc 1

MyTranumn:
onpeaeJeHue U Kiaaccupuranus.



MyTtauuun (OT Jar. mutatio - IEpEMEHA) —

ITO U3MEHEHHUA B MOJIEKYJIAX WJIM CTPYKTYPaX, sIBJIASIOLIAXCS
HOCHUTEJISIMU FeHeTHYeCKO HHpopMauu.

Myranuum —

ITO U3MEHEHHUA IreHeTHYeCKOH HH(poOpMauU, MPOUCXOAAME HA
Pa3HbIX YPOBHSIX €€ OPraHu3anuu (reHHOM, XpPOMOCOMHOM,
reHOMHOM) M NMPUBOJAALIME K IMOABJIEHNUIO HOBbIX BAPDUAHTOB
OTAEJbHBIX (DEHOTUNIHMYECKUX MPU3HAKOB U (DEHOTHUIIOB B LE€JIOM.



Kiaaccupuxkanusas myranui




I. Ilo HAaMM4YMIO BBI3BIBAKIINX (PAKTOPOB:
CroHTaHHbIE NHayuMpoBaHHbIE

II. Ilo MecTy BO3BHUKHOBCHUSI:
IN'amMmeTnueckue 3UrornyecKue CoMmaTrnuyeckKue

III. Ilo creneHu MOBpeKACHUS U U3MEHECHUS 00beMa
reHeTHYeCKON HHpopMaIUK:
CoanaHcupoBaHHbIE HecOasaHcupoBaHHbIE

IV. Ilo xapakrepy noc/jieaACTBUM:
IloJsie3HbIe HeurpajabHbie Bpennsbie

V. 1lo cTeneHn THAKEeCTH BPEAHBIX MOCJISACTBHI:)
JleraabHbie  IloayierajbHbie YCJ/I0BHO JIeTaAbHBIE

VI. I1o ypoBHI0 NOBpeEXICHUS TeHETHYECKOI0 anmapara:
I'eHoMHBIE XpoMOCOMHBIE I'eHHBbIC



Bomnpoc Ne2

I'eHoOMHBIE U XPOMOCOMHBLIC MYTAaIlNN:

BM/Ibl, MeXaHU3MbI, 0H0JI0rHYecKHe IP(PeKThl, HOMEHKJIATYypa.



I eHOMHBIC MYyTAIIUM —
3TO U3MEHEHHUSA YHMCJIa XPOMOCOM,
3aTparuBamliue BeChb reHoM
(XpoMOCOMHBIA HA0OP) WM OTAEJIbHbIC XPOMOCOMBI.

I'eHOMHBIE MyTAIlMU IPUBOAAT
K IMCOAJIaHCy TeHETHYEeCKOr0o MarepuaJja (103bl T¢HOB),
N3MEHEHHbIX XPOMOCOM.



Kiaaccupukanust reHOMHBIX (YMCJIEHHBIX) MYTAIUA

Buag mnjaoumaHocTH

HopMmononaus ['erepomonaus
Nammonaus | Dynonaus | [lomummonaus AHeymonaus
dopmy.ia n 2n Kn 2n +/- K
KJICTKH K >2 K HepaBHO n
R 46 n=3 — 69 2n—2
TPUILJIOMIUS HYJIJIUCOMMUS
n=4 - 92 2n—-1
Hucio TeTPANJIOU U MOHOCOMUSA
XpOMOCOM
W THII n=3 - 115 2n+1
MyTaIHH NMEeHTAILJION U A TPUCOMMUSA
2n +2
TeTPpacoMus
2n+3
MEeHTACOMUSA




IMoaumaonaus —
KpPAaTHOE YBEeJIUYEHHE YU CJIa XPOMOCOMHbBIX HA00POB

3n1=69 — Tpunonaus — HaAJIUYKE JIMIIHUX 23 XPOMOCOM
OTLIOBCKOTO MJIA MAaT€PHUHCKOTO MPOHCXOXKICHHUS.

Kapunorun tuna 69.XYY -.JeraJjieH,
Kapuoruner tuna 69, XXX n 69, XXY -
COBMECTHMBbI ¢ BHYTPUYTPOOHBIM PA3BUTHEM U KUBOPOKIECHUEM.

4n=92 - Terpamyionusi - HAIUYKUE JIMIIHUX 46 XPOMOCOM,
XapaKTepHa JIJIsl KIETOK
O0s1acToUCThI, TPO(00IaCTA, MEYCHH U MErakapuoIUTOB.



AHEYIJIOUIMA -
U3MEHEHUS YUCJIA OTACJIbHBIX XPOMOCOM,
HEKpaTHbIE TANJIOUTHOMY XPOMOCOMHOMY Ha0Opy

+ (IJIIC) MyTaluuu

2n + 1 =47 - Tpucomus
HAJIMYNUE JTOTOJTHUTEIILHON TOMOJIOTUYHOU XPOMOCOMBI.

XapakTepHa Uil MEJIKMX ayTOCOM U ITOJIOBBIX XPOMOCOM:
+13, +18, +21, +22, XXX, XXY

2n+1+1=48
2n +1+1+1=49
MHo:xecTBeHHbIE M CoYyeTaHHbIEe TPUCOMUH -
HaJIMYKUE JIOMOJIHHUTEIILHBIX XPOMOCOM B 2 M 00JIe€ ITapax XpOMOCOM.



IHoaucomusa —
YBEJIHUYECHUE YHCJIa XPOMOCOM
B IIpeaesiax OHOM Mapbl TOMOJIOTHYHbIX XPOMOCOM

2n + 2 =48 — Terpacomus
2n +3 =49 — nenracomMus

XapakTepHa JUIsI MOJOBBIX XPOMOCOM:
TerpacomMus X — 48, XXXX; menracomusa X — 49, XXXXX ;
aucomusa Y-xpomocombl — 47, XYY

coueTaHHas AUcOMUA X U Y-xpomocom — 49, XXVYYVY



- (MMHYC) MyTalMK

21 - 1=45 - MoHOCOMMA -
OTCYTCTBHE OJIHOW M3 Mapbl TOMOJIOTUYHBIX XPOMOCOM

2n — 2 =44 - Hyaaucomus -
OTCYTCTBHE 00€MX TOMOJIOTHYHBIX XPOMOCOM.

MoOHOCOMMM 10 AYTOCOMAM U HYJLJIMCOMMA THIIA 45,Y —
JIeTAJIbHBI.

B KIMHAYECKON IIMTOTEHETHUKE ONMMCAHbl COYETAHUS MOHOCOMMM
X-XpOMOCOMbI C TPUCOMMEN 110 OJHOMN U3 AyTOCOM, 0€3 U3MECHCHUS

OO0IIero Yrciia XpoMOCOM B KapHUOTHIIE:
2 - 1 + 1=40.



I'eHOMHBIC MYyTaIlNMH,
MIPUCYTCTBYIOIINE BO BCEX KJIETKAX MCCIEAYEMOTO OpraHnu3ma,
Ha3bIBAIOT MCTUHHBLIMU, WX MOJHBIMH  (OpMaMH.

I'eHOMHBIC MYyTalHMMH,
MIPUCYTCTBYIOIIUE TOJBKO B YACTH KJIETOK OPraHuU3Ma,
BO3HUKIIIETO U3 OJTHOU 3UT'OTHI, HA3bIBAIOT
MO3aMYHBbIMH (opMaMHu (IMos).

[IpucyTcTBHE Ha XPOMOCOMHBIX IIpenaparax
KJIETOYHBIX KJIOHOB OT PAa3HbIX 3apOAbIIIeH
(Harmpumep, ¢ Habopamu roHOCOM XX U XY)
YKa3bIBACT HAa Halnuue xumepusma (chi).



OnHopoauTeabCKasA JAUCOMMUA
(uniparental disomy, nim upd ) —

SIBJICHHE, IIPYU KOTOPOM B KAPUOTHUIIE C HOPMAJIBbHBIM HA0OpPOM
XPOMOCOM XPOMOCOMBI OJHOM Mapbl IPOUCXOAAT OT OJHOTO
POAUTEIISA, T.€. UMEIOT OJIMHAKOBOE IPOUCXOKICHUE
( MareprHCKO€ — updmat uim oTnoBckoe — updpat).



BapuaHnrsl
OTHOPOAUTEIbCKOU JUCOMUM

0 lerepommcoMusi - BCICICTBHUE HEPACXOXKICHHS XPOMOCOM B 1-oM
JEJICHUH Mei03a 00a roMoJiora B KapUOTHUIIE IIPOUCXOAAT OT OJHOIO
POAUTEIIS.

0 W3oaucomusi - BCIECACTBUE HEPACXOXKICHUS XPOMATHUT BO 2-M
NCJICHUHA MEHO03a WJIM BCIIEACTBUE NYIUIMKAIIMU XPOMOCOMBI OJTHOTO M3
poauTenel npu ApoOJeHUHM MOHOCOMHOM 3UTOThl TOMOJIOTUYHBIE
XPOMOCOMBI — PE3YJILTAT YABOCHUS XPOMOCOMBI OJJHOTO POIUTEIIS.



MexaHU3MbI
BOSHUKHOBEHHSI T€HOMHBLIX MYTaluu




Tpunionaus —
pe3yJabTaT HAPYIUIEHHUA OIJIOAOTBOPEHUA B BU/IE
JMAHPUN - HAJTHYHSA 2-X OTHOBCKHX F€HOMOB WJIU
JIMTeHNN - HAJIMYHUSA 2-X MATEPUHCKUX T'€HOMOB.

JInanapus —
CJIEACTBUE OILJIOJOTBOPEHUS OJIHOM SIUIIEKIIETKH
2 ciepMaro30oMaMu ¢ N-4YMCJI0M XPOMOCOM
(npu HeaphEeKTUBHOM OJI0Ke ToaHcIepMun), JIMOO
1 cnepmMaro3ouaoM ¢ HEPEAYIUPOBAHHBIM - 2 N YHCJIOM XPOMOCOM

(Ipu CO3pEeBaHUU TETPAILUIONAHBIX CIIEPMATOLNMTOB WJIM HAPYIIEHUU WX IIUTOTOMUM).

JIurenuns —
CJIEACTBHUE HEPACXONKICHUSI
TOMOJIOTHYHBIX XPOMOCOM B aHadasze I geneHus meo3a i
yaiie — XxpoMmaTua B aHadase Il geneHus meiosa nmpyu OBOreHe3se.



Terpanonaus —
HCKJIIOYUTEJIBHO Pe3yJabTaT HAPYUIEHHOT0 MHUTO032 BCJIEACTBUE
0JIOKMPOBAHMS BepPeTEHA JAeJICHUS WA IHAOMUTO3A.

bJiok BepeTeHa AeJeHUus IpU MUTO3€ IPUBOIUT
K HEPACXOKIACHUIO XPOMATH/I HA cTaauu aHada3bl
(0Opa3yroTCs KJIETKH € 41N YUCIOM XPOMOCOM ).

Ilpu 3HAOMHTO3€ KIIETKH,

(baKTMYECKH 3aBEPIIHUBIINE OCHOBHBIEC (Da3bl MHUTO3a,
HE OCYIIECTBIISIOT KAPUOTOMHUIO WJIM LIMTOTOMHIO,
IIOCJIC Yero CHOBA BCTYNAIOT B UHTEeP(ha3y U Y4aCTBYIOT
B PEIIMKAI[MU XPOMOCOM (SHAOPEIUIMKAIIKS).

B pesynbrare npu o4epeIHOM MUTO3€
00pa3yIoTCs KJIETKHU € 41N YHUCIOM XPOMOCOM.



a 0
Terpamtongnbie MmeTada3Hble INIACTUHKU HA MPSMBIX IIpernaparax u3 XOproHa
(oxpacka QFH/AcD):
a — OsokupoBaHue BepeTeHa jeneHus (92.XXXX); 0 — sggomurto3 (92.XXYY)



AHEYIJIOUIUA —
pe3yabTar HAPYIIEHHU Cerperanum uin pacxoxIeHuss XpoMoCcoM
BO BpeMs aHa(a3bl MUTO3a UK MEH03a

Co0CTBEHHO HepacXoKAeHUEe NI UCTUHHOE HEePaCXO:KICHHUE -
cerperauus (COBMECTHOE OTXO0XKICHHE) 00EHMX TrOMOJIOTHYHBIX
XpPOMOCOM MJIH XpoMmatuJ B aHadaze I meiioza wiu 11 meiioza

M MHUTO3a (COOTBETCTBEHHO).

IIpennesieHue WM NMpexxAeBpPEeMEHHOE pa3aejeHre HeHTpoMep
IIPOUCXOAUT BCJIECICTBUE PAZPHIXIICHUS [IECHTPOMEPHBIX PAOHOB
XPOMOCOM M TIOBBIIIAET PUCK UX AaHOMAJIbHOM CETPETALMU KaK B XOJIE

MENO03a, TAK U IPU MUTO3E.
B nociennem ciayyae oOpasyercsi 00JIbIIOE YHCIO aHEYIUIOMAHBIX COMAaTHYECKUX
KJIETOK U MUKposiaep (rpu cunapome Podeprca — mo ayrocomam , y JKEHILKH C

Mo3auu3MoM 47, XXX B nmuMdo1uTax npu HeBbIHAIIUBAHUN OEPEMEHHOCTH).



3anasapiBaHMe, WM OTCTaBaHUe XpoMocoM (anaphase lagging) —
3TO TTOJHOE OTCYTCTBUE UJIW 3aMEJIEHHOE OTHOCUTEIBLHO
OCTAJIbHBIX XPOMOCOM JIBUKEHHUE XPOMOCOMBI (HJIM XPOMATHU/IHI)

B aHa(aze, 00yCIOBICHHOE, KaK MTPAaBUJIO, HAPYIIEHUEM €€
OpUEHTAIIMU BCIICACTBUE HAPYLICHUS (POPMUPOBAHUS U
(PYyHKIIMOHUPOBAHUS KUHETOX0PA — 00JIACTH LIEHTPOMEDPHI,
OTBETCTBCHHOM 32 MPUKPEIIJICHUE MUKPOTPYOOUEK BEpETEHA ACIICHUS.

3arna3apIBaloIIe XPOMOCOMBI SJIIMMHAHUPYIOTCS
M 00pa3ylOT MHUKPOSAPA, YTO MPUBOJUT K MOHOCOMHUHU IIPU MUTO3E
WM TUIOraIuIOMIUM IIpU Meio3e.



| penexve meno3a

HopmanuHasn
cerperauus

Hepacxoxagexue
MI

cerperayus
YHUBanNeHToB

{amaamesectos MexaHu3Mbl aHEYIUIOUINN

HepacxoxgeHue)

MNMpexaespemexHoe HpI/I Mef/’IO3e

pacxoxgeHue
CeCTPUHCKUX
xpomarng

HopmantHan
cerperauus

UcTunHHoe
HepacxoxaeHue
Ml

CnyvaiHan
cerperauyus
CeCTPUHCKUX
xpomarug




XPpPOMOCOMHBIE MYTAIIUM —

ITO U3MECHEHUS CTPYKTYPbI U (POPMBI
OI[HOﬁ NJIN HCCKOJIbKHUX XPOMOCOM ,
COINPOBOKIAIOIIHECH HJIU HEe CONMPOBOXKIAIOIIUECS
TUCOATAHCOM 3aKJTIYEHHOT0 B HUX
reHeTH4eCcKOro MarepuaJa.

CTpyKTypHbIE€ XPOMOCOMHbIC MYTAIIUUA HA3BIBAKOT
NepecTpoMKaMM, WJIH adeppamusiMu,
a U3MEHEHHbIE XPOMOCOMbI — A0ePPAHTHBLIMM XPOMOCOMAMMU.



OcCHOBY XpOMOCOMHBIX a0eppalliii COCTABISIOT Pa3pPbIBbl XPOMOCOM,
KOTOPBIE MOTYT BO3HHKATh:
- B xoje perummkanuu JIHK u penyrummkanum XpoMocom;
[P HEPABHOM KPOCCHUHIOBEPE;
B MOMEHT PaCXOXJICHHS XpOMOCOM B aHa(da3e KICTOYHBIX JICIICHUM;
oA ACUCTBHUEM IpyObIX (DAKTOPOB BHEIIHEH CPEIbI;
CIIOHTAHHO.

XPpOMOCOMHBIE adeppalui COPOBOKIAIOTCH :
- IBMEHEHHUEM T'eHHOT0 cocTaBa (CocTaBa rpyIin CHETIICHUS )
AHOMAJIbHOW XPOMOCOMBI;
- IBMEHEHHUEM MeCTa MOJIOKEHHUA I'eHa B XpPOMOCOME
(b deKT MoIoKEHUS TeHA);
- YACTHYHBIM I'eHHbIM JTHCOATAHCOM
(MIBMEHEHHEM J103bl TCHOB aHOMAJILHOIO y4aCTKa XPOMOCOMBI);
- I3BMEHCHHUEM CTPYKTYPbI F'eHa
(Ipy BHYTPUTEHHBIX PAa3pbIBaX UJIW BHYTPUTEHHOM KPOCCHUHTOBEPE).



Kiaaccupukamuss XpoMOCOMHBIX adeppanui




CTpyKTypHBIE XPOMOCOMHBIE IIEPECTPOMKH - adeppauun

BHyTpuxpomMmocomMmHbIe

MexxpoMoCcoOMHBIE

IIpoOennbl - g

N30XxpoMoCcoOMBI - i

Tpanciaokauum — t , trans

Jenenuu - del

Koabuesbie
XPOMOCOMBI - ring

Peuxunpoxubie
TPAHCJIOKAIUM — FCP

Aynmkanum -
dup

XpoOMOCOMHBIE
(pparmenTsl -fr

HepenunpokHsbie
TPAHCJIOKAIMH

NuBepcuu - inv

MapkepHbie
XpOMOCOMBI - mar

PoOepTcoHOBBICKHE
TPAHCJIOKAIIMHA — I'OB

Nucepuuu - ins




HoMeHK1aTypa XpOMOCOMHBIX MYTallUH




