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I Oowme npeacraBrneHns

B TpaguynmoHHOW MeauuMHE HeOoCTaTo4HO BHMMAaHUSA
yaenaeTcd ponu reHeTU4eCcknx oakTopos B BOSHMKHOBEHUU
9KONMOrM4yeckn 3aBuUCUMbIX 3aboneBaHun. [ocTUKeHuSs
MONEKYnApHOun " reHeETUYEeCKOU annagemMmnonornm
CBUAOETENLCTBYIOT 006 04eBMOAHOCTU B3aUMOOEWUCTBUA
HacnegcTBeHHOCTU U OKpyXawLllen cpefbl B 3TUONOMMn U
eTUYECKUX MexXaHu3Max BO3HUKHOBEHUA MHOIMMX
N3BeCTHbIX 3aboneBaHUN.

Llenb — BblOENUTb HEKOTOPble OCHOBHbIE MPUHLUMGI,
eXxaHn3Mbl HacrneaCTBEHHOCTM U BIUSAHUA Ha HUX
aKTOpPOB OKpY)Kalollen cpeabl, KOTopble BCE BMECTE
rpatloT Ba)HYl ponb B BO3HUKHOBEHMM 3abonesaHui
rnoBeka.



Kaxabin 13 uHOMBMOYYMOB MMEET YHUKalbHbIN Habop
FEHOB, Has3blBaeMbln 2eHomurnoMm. B  peaynbraTe
B3aUMOOENCTBUA  OKpyXawlen cpeabl C reHOTUNOM
doopmupyetcs COBOKYMHOCTb MOPAONOrnyYeCcKmnx n
doYHKUMOHANbHLIX XapaKTEPUCTUK KNETOK WMHAMBMOYYMOB,
nMeHyemasi peHoOmurom.

XpaHeHne reHeTu4yecKkou
ndopmaumm M ee nepenady wus
OKOJ1IEHUS B NoKoseHne
obecneynsaet monekyna AHK.

OHK npeacraBnsier cobon OBOMHYIO
cnuparnb MNONUHYKNEOTUOHbIX LUenen,
coOepXxurtca B  dape KITETKMU,
opraHuM3oBaHa B XpoOMOCOMax W
CBsi3aHa C XPOMOCOMHbIMU Denkamu.




EAWHNLEN  TEeHEeTMYecKoro  Koga  ABnAeTcd  TpUnmer
'HYKNeoTnaoB — MNOCMedoBaTeNIbHOCTbL TPEX a30TUCTbIX
OCHOBaHUWN, KOTOpasa onpenensetr nopsagok amMMHOKUCIIOT B
NnepBUYHON CTPYKType Oenka. [lepepada reHeTU4YecKomn
MHopmMaLuunu OOHOHAaMnpaBfieHa W BKIHOYaAET HECKOSbKO
aTtanos - TpaHckpunuuio (cnHtes MPHK), TpaHcnauuio (cuHTes
npoTenMHa  Ha pnbocomax) 7 NPOLIECCUHT, T.€.
NOCTTPAHCNALNOHHYO MOANMDUKALUIO
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I B okpyxatuwen cpeoe  CyllecTBYyeT MHOXECTBO
[EHOTOKCMYECKNX areHToB, CMOCOOHbLIX NPMBOOUTL K
BO3HMKHOBEHUIO MYyTaLUUW B MOSIOBbIX M COMaTUYECKUX
KreTkax.

Mymauuu - cmoukue U3MeHeHUss 2eHemu4ecKo20
arrnapama, e03HUKarwue eHe3arnHo U npuesodswue K
UBMEHEHUSM meX U/lu  UHbIX  HacrieOCmeeHHbIX
rpu3HaKko8 opaaHu3Ma.

npuobpeTeHHad MyTauua BO3HUKAET B ramere,
OHg MOXeET bbITb NepenaHa NoToMCTBY.

OBble MyTauUWM B COMATUYECKUX KIIETKAX MOTOMCTBY
He nepenarTcs, HO MOryT SABUTbCS NPUYMHOM paka Unu
pyrnx 3abornesaHumn.



I [locnegoBaTeribHOCTb COOLITUN, BeAYLLIMUX K MyTaL MW KITETKN -
MyTareHes

Cmaoduu MymazeHe3a:

* BO3ENCTBME Ha KNETKY,

*BO3HNKHOBEHME noBpexaeHunn B JHK,

*HEMOJIHAsA penapauus,

spennukaumnga nospexageHHon OHK,

*KIeTo4YHOEe aerneHue.

*MyTaHTHbI OEHOTUN peanun3yeTcs B JOYEPHEN KNETKE.

NameHenna ctpykTypbl OHK npoucxogdaTt nog BnuaHMEM 3HOOMEHHbLIX W
9K30reHHbIX oakTOpOB.

OHOo2eHHbIe: 00YyCrnoBEHbI OLLMBKON pennnkaumnm

IJK302eHHble:  u3u4vyeckue, Xxumudyeckue U  buoroauyecKue:
oHM3Mpyloulee,  yneTpaduoNeToBoe  U3NyyYeHud,  BO3OEeUNCTBUE
HOro4YMCrieHHbIX KCEHOONOTMKOB, BUPYCOB U Ap.




*Pagnauuna: obpasoBaHne ogHO- U OBYHUTEBbLIX pPa3pbiBOB MOSN-
HYKNneoTnaHbIx uenoyvek JHK, moandukauma asoTUCTbIX OCHOBaHUMN.

‘YnorpacdmonetroBoe usny4vyeHue: obpasoBaHME TUMMUHOBBIX
OVMEPOB.

*[@eHOTOKCUYHbIE KCEeHOOMOTUKU: CNOCOOHbI NPUCOEAUHATLCS K
a30TUCTbIM OCHOBaHuUAM, o0bpasysa agayktel. [lomumo  3Toro,
BO3MOXHbl XMMWYecKass Moaudukaums unum noteps asoTUCTbIX
OCHOBaHMI (anypuHOBbIE calTbl), 0b6pasoBaHWe OOMONHUTENbHbIX
THbIX cBA3en mexay uenodykamn OHK c okpyxawowumn ee
6enkgBbIMN MONeKynamu 1 ap.

BypycHbIN reHOM MOXeT BCTpamBaTtbCcA B ydacTok OHK kakoro-
nyoo reHa.
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B npouecce 3Bonoumn NosiBUIIOCbL MHOXECTBO PasfmnyHbIX
MEXaHU3MOB penapauumn, KOTOpble CnpaBnslTCA C
pa3sHoobpasHbiMu nospexaeHnamu OHK.

JKCUU3UOHHAA penapaumsa HYKIeoTuagoB crocobHa
UcnpaenaTb MHoOrnme pasHoBugHocTu nospexaeHun OHK,
p Bblpe3aTb TUMWHOBLIE AUMEPLI UK OonbLune

agayKTbl.
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[loMVMMO oOnMCaHHbIX CYLUECTBYOT U OPYrme MeXaHU3Mbl
‘penapauun [OHK. [1BoMHble pa3pbiBbl WUNKM OOLUMPHLIE
HepennMMUMPOBaHHbIE Y4aCTKN MOTYT ObITb BOCCTAHOBIEHbI
PEKOMOMHAHTHOW  penapaunen, KoTopasi WUCNonb3yeT
MHOPMaLMIO TOMOSIOTMYHOU CECTPUHCKOW XpomaTuabl B
FOMOJSIOrMYHOM XPOMOCOME, OdHaKo noapoobHas
MHopmMmauunsa ob 3TOM rnpouecce Ans KNeToK YernoBeka B
aetansix He N3BecTHa.




TUNbI MYTALUWN

Mymauuu no muny KJiemokK, 8 KOMmMoOpPbIX 03HUKarOM USMEeHeHUs .

* e6HepamueHbie - BOSHNKAIOT B TMOJIOBbIX KIIETKaAaX U HaACIeOyrTCA MNpu
NOJ1IOBOM PA3MHOXEHUMN,

* coMamu4ecKue - BO3HNKAKT B HEMNOJ10OBbIX KJ1IETKax N HaCJieAYTCA MNMpw
BereTaTMBHOM U 6ecrnosiom Pa3MHOXEHUNI.

Mymauyuu no eniusiHUro Ha Xxu3HeoesimesibHOCMb:

Hble - BbI3bIBAlOT rMbenb OpraHM3MoB elle OO0 MOMEeHTa
POXAEHNSA UM OO0 HACTYNMEHUs CNOCOBHOCTM K Pa3MHOXEHMUIO;

» cy6riemasnbHbie - CHAXaOT XXN3HECNOCOBHOCTbL 0coben;

* HeUimparsbHbIe - B OObIYHbIX YCINOBUSAX He BNUSAOT Ha
XW3HEeCnocobHOCTb OPraHN3MoB.

ymauuu no xapakmepy U3MeHeHUll 2eHomMa:
*2eHHbIe, U5ilu mo4YKos8hblie

*XPOMOCOMHbIE

*2€HOMHbIe



[eHHble MyTauumn (TOYKOBbIE)

N3MEHEHWNS HYKIeOTUOHON rnocrneaoBaTenibHOCTU B
monekyne [JHK B npenenax ogHoro reHa: BoinageHue,
BCTaBKa, 3aMeHa U T.M.

N3meHeHune
nocrnegoBaTeNbHOCTU aMUHOKUCIIOT B
nonuNenTUaHOM Lenu

CUHTE3 gpyroro benka

OTO Hanboree pacnpoCTpaHeHHbIW BUO MyTauMn U BaXKHEULLUIA NCTOYHUK
HacrneacTBeEHHOU U3MEHYMBOCTM OpPraHNU3MOB.

onbuWias YacTb U3 HUX PEHOTUNNYECKN HE NPOABIIAETCS, NOCKOMbKY OHU
eLgCccnBHbI. PeLieCCMBHLIN XapakTep NO3BOSMAET UM ANUTENbHOE BpeMS
XpaHATbCA Yy ocoben Buaa B reTepo3mroTHOM COCTosIHUM ©e3 Bpeaa ans
HM3Ma M MPOSsIBUTbCA B Oyayllem npu nepexoge B roMO3UroTHOE



BmecTe ¢ TeM M3BECTEH psig Criyyaes, Korga M3MEHEHWEe Nullb OOHOro
OCHOBaHVS B ONpegerieHHOM reHe OKa3blBaeT 3aMeTHOE BIUSHWE Ha
doeHoTmN:

+CepriosuOHo-KriemoyHasi aHemusi (npoucxoauT 3amMeHa B B-uenu
MONEKynbl remorriobnHa (rmytammHoBas KucroTa —>  BalinH)).
IpuUTpounTbl C Takum remorrnoduHom agedopmMmupyrotcs U BbICTPO
paspywatoTcad. [lpn aToM pasBuBaeTcs ocTpast aHeMusi U HabnogaeTcs
CHMXXEHWE KONMMYecTBa KuUCropoda, MNEepPeHOCMMOro KpoBbH. AHeMUs
BbI3bIBAET (PU3NYECKYIO CraboCcTb, HapyLUEHNA OeATENIbHOCTU cepaua u
No4YeK U MOXET MPUBECTU K paHHENW CMEPTU Noaen, rOMO3UNOTHbLIX MO
y annento.




XpomMocomHbIe Mymauuu (nepecmpolku, nnn abeppayuu)
9TO,M3MEHEHUS B CTPYKTYPE XPOMOCOM, KOTOPbIE MOXXHO BbISSBUTb U U3YYNUTb
nog CBETOBbIM MUKPOCKOMOM.

"I3BECTHbI NEPECTPONKM pasHbIX TUMOB:

derleyusi — BbliNageHne ydacTka XpOMOCOMbI B CPeIHEN ee YacTy;
Oyrnukauusi — OBYX- UM MHOTOKpPaTHOE NOBTOPEHWE FEHOB, NOKaNM30BaHHbIX
B onpeneneHHoM y4acTke XpOMOCOMbI;

UHB8epcuUs — MOBOPOT y4acTKa XxpoMocoMbl Ha 180°, B pe3ynbraTe Yero B 9TOM
y4yacTKe reHbl pacnosioXeHbl B NocregoBaTesibHOCTU, obpaTHOM No
CpPaBHEHWIO C OObLIYHOMU;

mpaHcriokayusi — U3MeEHEHNE MNOJSIOKEHUS KaKoro-rimbo yyactka XpOMOCOMbI B
xpomocowﬁo‘nl/l Habope.
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'eHOMHbIE MymMmayuu
M3MEHEHME YMCa XPOMOCOM B reHOME KIETOK OpraHmM3ma. JTO ABfneHne
SponcxoouT B ABYX HanpaBneHusix: B CTOPOHY YBEMNYEHUS YMCa LiENbIX
rannougHbIX HAbopOoB (MosIuUnNIoUAUSs]) U B CTOPOHY NOTEPU UM BKIHOYEHUS
OTAESIbHbIX XPOMOCOM (aHeyrsioudus).

[Tonunnoudusi — KpaTHoe yBenunyeHue rannougHoro Habopa xpomocom. KneTtku
C pa3sHbIM YUCITOM ranfouaHbIX HAbopPOB XPOMOCOM Ha3bIBaKOTCS TPUMNOUOHbBIMU
(3n), TeTpannongHoiMn (4n), rekcaHMonaHbIMKU (6n), okTannongHeiMn (8n) 1 1. 4.
NckniountenbHO Benuka porb MNOMUnAaougum B MNPOUCXOXOEHUN KYNbTYPHbIX
PacTEHUN N UX CENneKLun.

Ousi, N 2emeporisiodusi, — ABNEeHne, Npu KOTOPOM KITeTKM OpraHu3ma
N3MEHEHHOE YMCIO XPOMOCOM, HE KpaTHOE rannouaHoMy Habopy.

BCTpevarTca oopMbl 2N - 2, UNU HY/JIUCOMUKU, TaK Kak OTCYTCTBYET napa
OMMYHbIX XPOMOCOM, U 2N + X, UIN MOSIUCOMUKU.



nonMNNoUaNs AHeynnoungus

o Cunapom fayHa (Tpucomua no xpomocome 21) — ogHa
13 GopM reHOMHOM NATONOrMKN, MPU KOTOPOI Yalle BCEro
KapuoTtun npeactasneH 47 XpOMOCOMamMn BMeCTO
HOPMabHbIX 46, MOCKONbKY XpOMOCOMbI 21-1 napsl,
BMECTO HOPMa/lbHbIX ABYX, NPeACTaB/ieHbl TPEMA

KOMUAMM.
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CUHLpPOM
KnaitHdbenbTepa

47 Xpr.OCOM — MuHAa X-xpomocoma — XXY
(moxeT 6bITb XXXY)

Hab6nopaeTcs y oHowwen
* BbICOKUI pocT

* HapylueHve nponopuuii Tena (4 IMHHble
KOHEYHOCTMW, y3Kasi rpyaHasi KeTka)

* OTCTa/10CTb B pa3BUTUN

* becnnogue

KpblnoBuaHas JIumcpatiyeckni oTék
cKnafkKa Ha wee cTonb!



BNMUAHUE NPOOOIMKUTENBbHOCTU XKU3HU HA YACTOTY MYTALIUN

PacyeTbl nokasbiBatoT, YTO Nobon cneundomnyecknin reH MoXeT NoaBEPrHyThLCS
'MyTauuu npubnuautenbHo oauvH pa3 Ha 107 JeneHun Knetku, 4To
COOTBETCTBYeT cpeaHei yvactote myTtaumm HO'—10%reH Ha knetouHoe
aeneHne. HecMOTpsa Ha KaXyLlylCs peakocTb, 3HayeHue CymMmMapHOro
KONM4yecTBa KIEeTOYHbIX OefieHUW B opraHn3Mme 4yernoBeka B TeYeHue BCeu
xu3Hm (10'°) Byget cBMaeTensbCTBOBATL B MOMb3Y TOTO, YTO FEHHbIE MyTaLmm
ABNAKTCA HEN3OEXHBIMU N MOTYT UMETb MECTO BO MHOMMX KNeTKkax opraHM3ma.
K npumepy, BO3pacTHble W3MEHeHWs 4acToTbl MyTaumnm B hprt-reHe
(HE3CCEHUMANbBHbLIN FeH, KOOAMPYIOLMIA FMNOKCAHTUH-IyaHWH-cbocdopnbosurn-

M), a fakke To, YTO Kaxgas KrneTka AenuTcs NPUMEPHO OOVH pas B [Ba roaa,
nony4ymMm, 4YTO B YKa3aHHOM TreHe 3TUX (POPMEHHbLIX 3fIEMEHTOB KpPOBWU
songet 10 TbiC. HOBbIX MyTauuMn B rog. A ¢ y4eTOM TOro, YTO B reHoMe
eyioBeka nmeetcst npubnumauntenbHo 80 TbiC. FEHOB, CTAHOBUTCHA OYEBUOHLIM,
HaKonsieHne 3TUX U3MEeHEeHUU BHECET 3HauuTeNbHbIN BKMag B MNpoLecc
ONOrn4YecKoro CTapeHus.



CNnACUB0 3A BHUMAHMUE!




