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HacnencrtBeHHasd M3MEHYNBOCTb

* HacnegcteBeHHasa (reHoTMNMYyeckas,
HeonpeneneHHas) U3MEHYMBOCTb
3aTtparmBaeT reHoTun 1 nepenaeTcs no
HacrneacTey

* BbigenatT — KOMOMHaTUBHYIO U
MyTaLI,I/IOHHyPO
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KombumHatnBHag nameH4YnBoOCTb

* [losiBNeHMe HOBLIX KOMOUHALMW NPU3HAKOB Y

NOTOMCTBA MO CPaBHEHUIO C POAUTENBCKUMMU
doopmamum.

i
s g

www fppt.info



[TpnYnHbI KOMOUHaTUBHOW
N3MEHYNBOCTU

1. KpoccuHrosep 1 HesaBUCUMOE pacXoX4eHUe roMonornyHbIX
XpPOMOCOM B Menose

2. CnyyanHoe co4vyeTaHue nNpm3HakoB HErOMOJSTOMMYHbIX
XPOMOCOM MNOCIIe UX pacxoXaeHusa B aHadase NepBoro
nerieHns Menoasa

3. Cny4anHbin noabop poauTeNbCKNX rnap

4. Cny4anHas BCTpeYa raMeT rnpu onnogoTBOPEHUN —
O3MOXHO 3apaHee npeackasartb, Kakon MUMEHHO
pmaTo3omu COIbETCH C ANLEKNETKOMN
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UCTOYHUKM KOMOMHATUBHOMN U3MEHYUBOCTY

KoHnrorauus u CnyvaitHoe pacnpegenexue CnyvaitHoe coveTaHue
KPOCCUHroBep XPOMOCOM NpU MeHo3e | ramet Npu ONNOACTBOPEHUH
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KomMmbOmHaTuBHaAa MaMeH4YnBOCTb B
9BONTHOUNN

« KomMbunHatneBHas NSAMEHYMBOCTb MPUBOAUT K MOSABIIEHUIO
MHOIOYMCNEHHbIX HOBbIX KOMOUHALUMW NPU3HAKOB, YTO
NOBbLILLIAET reHETUYECKY0 Pa3HOPOAHOCTL nonynsauuin (B
npupoae), a YenoBeK UCMOSb3yeT ANS BblBEOAEHUS HOBbIX
COPTOB 1 Mopos (B cenekuumn)

Puc. 47, Heonpeaeacunas n3seninsocts;
I =~ pora CHOHPCKOA KOCyAM, 2= pHey. ox xXpuaa y GaGoun-Mouaimenxn
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HYucmokpogpHas BepxXoBas - Apabcxas

+ . Opaopcran prcucmas
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Puc 2. HeonpegeneHHaA W3IMEHUMBOCTDb
GoboBHX pacTeHun




MyTaunoHHaga N3MeH4YNBOCTb

* MyTauua — ato  TepMuH Obin NpeanoxeH
pegkue, cryyamHo B 1901 r. ['yro ne ®punsom
BO3HUKLUME, CTOUKNE
N3MEHEHUA reHoTUnNa,
3aTparnearouimne
reHOTUN LEeNUKoMm
nnun ero

\. ONnpeaerieHHyto YacTb

www fppt.info



5.

OcobeHHOCTMN MyTaLIMOHHOW
N3MEHYMBOCTU

1ameHeHus 3aTparmBaroT reHoTummn opraHnM3Ma " HacrnegyrTcCA

3MeHeHNA HOCAT CKa4ykoobpasHbIN XapakTep.
[locrnegoBaTenibHOCTU B UBMEHEHUN CBOUCTB HE
HabrnogaeTca, Mmoauukaumm oTCyTCTBYIOT

N3meHeHus nHamsmayarsrbHbl U BO3HUKAKOT Y € AUHUYHBIX
ocoben

I3ameHeHuns1 He aJeKBaTHbI yCJ10BNAM 0|<py>|<a+ou_|,e|‘/'| cpelbl U
MOTYT ObITb: MOMNe3HbIMU, BpeOAHbIMN UIA HeVITpaﬂbeIMM

yTaumm MoryT npmBecTu K obpasoBaHMio HOBbIX MPU3HAKOB
.opraHmslvla nnn ero rmdenu
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2.

1
2

Knaccudoukaymm mytaumn

[lo xapakTepy U3MeHeHuUa reHoTuna:
Bbunoxnmmnyeckume
duanonornyeckme

. AHaTOMO-Mop@osiorn4yeckue

[lo HanpaBNEeHHOCTMU:

[Tpamble (reH A reH A*)
Ob6partHble (reH A* reH A)
Mo cnocoby BO3HUKHOBEHMUSA:

\\VICI'IOHTaHHbIe (NnpoucxodsaTt B Npupoae caMmonpou3sBosibHO)

HAYUMPOBaHHbIE — BO3HKUKAIOT NPy AENCTBUKN Ha

g)[a‘gm M myTareHoB. MyTareH — oakTop, Bbi3biBaoLLNA
MyT
® }\\W J
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Knaccungpunkauma mytareHoB

MYTAI'EHbI

DHIMYeCKHe
HOHH3HPY- 0L ee
HTy4eHHe
yIbTpadHO-1€TOBOE
H3Ty4YeHHe
nepenajsi t’
BJIaKHOCTD

o

XHMIYeCKHe
I1e CTHLIHABI
TP OMBIILTEH-HbIE SbI
ITHII[eBbIe JJOOABKH
JIEKapCTBa
TOKCHHBI 0aKT epHH

Ankonouasbl,
apomMaTunyeckme
yrrneBsobl, COSMN TAXKENbIX
MeTannoB, KOHCEPBAHTHI

buoIormecKHe

JTHK 1 PHK
BHPY COB
HEBHPYCHBIE
[1apazHTapHbIE
areHThI
(MHKOITTa3Mbl,
0aKTepHH,
PHKKETCHH H Jp.)




OcobeHHOCTU MyTareHoB

1. OHM yHMBepcarsbHbl

2. OTcyTCTBYET HMXXHUW NOPOr MyTaLUMOHHOIo 4ENCTBUS,
TO €CTb CNOCOOHLI Bbl3blBaTb MyTaLUW B JTHOOLIX MarbIX
no3ax

« BnepBble Kak MyTareHbl ObINM NCMOSb30BaHbI
PEHTrEHOBCKNE Ny4n Ha 0ObEKTE - Apo3oduna

\- Bnarogaps myTtareHam Obinu nonyyYeHbl HOBbIE copTa
N\ pacTEHNN 1 LITaMMbl MUKPOOPTraHM3MOB.
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Knaccudoukaumm mytaumn

Mo cTeneHu NPUCNOoCcoONeHHOCTMU:
[lonesHble

BpeaHble

HeunTtpanbHble

Mo nokanusauun B KNneTkKe:
AnepHble

Lintonnasmartnyeckmne — HapyweHuna [JHK xnoponnacTtos
NN MUTOXOHAOPUN.

@uarou.wuvl ansa okpacku nuctbeB aensaetca OAHK nnactng, a
He Nbinbuesoro 3epHa. MutoxoHgpuanbHaa OHK

FY§IPYET CUHTES AblXaTerlbHbIX MMIMEHTOB B KINETKe.
3Ha eMEET TOSIbKO MUTOXOHAPUUN AULEKIETKM
(HacfienoBAte MO MaTePUHCKON fMHUN)

www.fppt.info



Knaccudoukaumm mytaumn

comMaTuyeckKue reHepaTUBHbIE

* [lponcxogdaT B KneTkax Tena ¢ 3arparmeatoT MosioBble
N nepenaroTcs NOTOMCTBY KIEeTKN U nepenarTca no
npu 6ecnonom unu HacneacTBy NpuW NONOBOM
BeretaTMuBHOM Pa3MHOXEHUM.
Pa3MHOKEHNW  [lo macwTaby genarcs

* [1AaTHa Ha WKype oBel, Ha:
NMUrMeHTHbIEe NATHA Ha 1. [eHHble

. XpPOMOCOMHbIE
3. eHOMHbIe
que% AGNOK, rpyLu

www fppt.info



[eHHble (TOYKOBbIE MYyTaLUN)

¢ OTO N3MEHEHNE  [eHHblIe 3aboneBaHus
nocrnenoBaTenibHOCTH yenoBekKa:
HYKIeoTnaoB BHYTPU CepnoBnaOHO-KIeTOYHasA aHEMMUS,
reHa. doeHNNKeToHYypUS,

* [NpnymnHbI — BbINAOEHME, OanbTOHN3M, remodunus,
yOBOEHME, BCTABKa, anbOVUHN3M, CUHOPOM
3aMeHa unm nepecTpouka MapdraHa, nonnaakTunus,
HYKeoTnaoB. bonesHb ['owe, nogarpa,

* 8§ pesynkrarte n3meHseTcs bonesHb KoHoBanosa —

' DANOK TPUMNINETOB U BunbcoHa, MyKOBUCLUEOO03 U T.
2&3%@ PMarnbHoro O.
6en|<é%‘%mp>|<eH Bo3sHukaloT HOBbIe annenu
"\ reHOB, YTO UMeeT 3HaYeHue

aOnsAa NoABJIEHUA HOBOTIO  wwwiptinfo



[ eHHaqa myTauug.

AnbOnHN3m (oedexT
CUHTE3a KINeTkamu
KpacsLlero BeLlecTsa)
OOHapyXeH y
eBponenueB, HErPoOB U
NHOEeWUEeB; cpeaun
MMEKoNUTaLWWnX — y
rPbI3YHOB, XULLHbIX,
npMMaToB.




[MpumMepbl reHHbIX MyTaL Ui

Nremodounus
(HECBEPTLIBAEMOCTb KPOBU) —
OAHO U3 caMblX TAXKEMNbIX
reHeTUYeCcKnx 3adorneeaHui,
Bbi3BaHHbIX BPOXAEHHBIM
OTCYTCTBUEM B KPOBU (haKTOPOB
CBEPTbIBaAHUA.
PogoHavaneHuyen cuutatorT—
KoponeBy BukTopuio.




XpOMOCOMHbIE MyTauun (abeppauun)

e OTO UBMEHEHMUS CTPYKTYPbI N CTPOEHUSA XPOMOCOM
* BbligenaioTt cneayowne Bnabl XPOMOCOMHbIX MyTaLUN:
ABBI'AEX — npumep XpOMOCOMbI
1. HDynnukauusa — ygBoeHue y4dacTtka xpomocom (ABBBBITEX)
2. [Heneuus — ytpara XxpoMocoMHoro y4yactka (ABEXX)

3. TpaHcnokauna — nepeHoc y4yacTtka 0g4HOU XPOMOCOMbI Ha
apyryto He romonornyHyto (ABBI'NMLP)
4. WNHcepuua — nepeHoc y4YacTka ogHOM XpOMOCOMbI B Apyroe
%emo aTom xe xpomocombl (FIAEXABB)
5. ¥HBepcua — noBopoT xpomocoMbl Ha 180 rpagycos

RreEzEK

og° ¢
] O O
A (]

www.fppt.info



[TpnMepbl XPOMOCOMHbIX DOSIE3HEN Y
YyerioBeka

 CMHOPOM «KOLLA4YbEero Kpuka» — gerneuvs B
KOPOTKOM Mnfieye 5 XpoOMOCOMbI

* CuHgpom Bonbda-XupLuxopHa — geneuyms
KOPOTKOro rnsieya 4 XpoMOCOMb!

* Onyxornb Bunemca — pak no4yek n3-3a
Mukpogeneummn 13 XxpoMocomsl

 PeTnHObONacTtoma — 310 3N10Ka4YecTBeHHas

N\
' \_OI'IyXOJ'Ib CETHATKUN, KOTOpPAaA TakKKe BCTpeYHaeTCH

www fppt.info



Cunapom
«KOLIaYbero KpHKa»

3mo 3abonesaHue 66110
omkpkimo e 1963 200y.
Bo3Hukaem oHo u3-3a YacmuyHou
MOHOCOMUU NO KOPOMKOMY niieyy
Xpomocomel 5, o6ycnoeneHHou
deneyuel. O0uH u3 45 000 demell
poxdaemcsi ¢ 3mumM CUHOPOMOM.

Cunapom Boasda-
XupHmxopHa

3mom cuHOpom
ecmpevyaemcsi 3Ha4UmesbHo
pexe — 1 cayyau Ha 100 000
poxoeHutl. O6ycrioesieH oH
deneyueti 00HO20 U3
cez2MeHmoe KOpomkKo20 nieya
Yyemeepmoul XpOMOCOMAbI.

www fppt.info



[ eHOMHbIE MyTaL UK
e JTO U3BMEHEHME YUnCTia XPOMOCOM

1. Monunnonaus — KpaTHOe YBENUYEHUM Yncna
XPOMOCOM.

3n — Tpunnoua, 4n- TeTpannona, Sn — neHrannona v
T.A. Halle BCcTpe4vaeTcd y pacTeHUN.

2. AHeynnonama — 3To yBenuyeHne nnn yMeHbLleHne

NavnnovaHoro Habopa XpPOMOCOM Ha 1 XPOMOCOMY,.
Cfglgym OayHa 47 XpoMOCoM (Tpu 21 XPOMOCOMbI)

www.fppt.info



AHeynnongus

CuHapowm lNaTay — Tpucomua no 13-n xpomocome,
XapaKkTepusyeTcs MHOXXECTBEHHbLIMMW MOpPOKaMU

pasBUTUA, NONOTUEN, YACTO — MOSNINOAKTUNNSA, HAPYLLUEHUS
CTPOEHUSA MOSIOBLIX OPraHoB, rnyxoTa; NpakTU4ecKkn Bce
bonbHble He OOXMBAKOT 40 OAHOro roaa;

CuHapom daBapaca — Tpucomms no 18-n xpomocome,
HWXXHASA YENOCTb N POTOBOE OTBEPCTUE ManeHbKUE,
rnmasHble LEeNn y3Kne U KOpoTKne, YILHbIE PaKOBUHbI
nedopmumposanbl; 60% geten ymmnpatloT B Bo3pacTe 4o 3
Vecnues, 0o roga goxunsatoT nuilb 10%, OCHOBHOM

NYNHOM CIMYXXUT OCTaHOBKa AblXaHNA N HapyLlUeHne
P
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- B CpeAHEM
Hab/loaaeTcs

. OAVH cayYaw Ha
/700 poLoB

Wi r ‘ CnHapom HdayHa

.v
e

[leTn Cc XxapaKTepHbIMW YepTaMun, APUCYLUVMN CUHAPOMY.
[ayHa (annKaHTYyC, MNJIOCKOE JINLO, OTKPbLITbIN POT,
YBE/IMYEHHbIN SA3bIK, MaJieHbKNU HOC U T. A.)



CuHapom I'IaTay

* [eHoTUN
47 XY, +13 unu 47 XX, +13

« YacToTa BCTpeyaemMocCcTu
1 Ha 6000 HOBOPOXAEHHbIX

« OnucaH dpasmycom bapTonuHom B
1957 n Knaycowm lNMatay B 1960
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CuHapom SaBapaca
+ [[eHOTMN
47,XY, +18 nunn 47,XX, +18

+ YactoTa BCTpeyaemMocTu
1 Ha 7000 HOBOPOXAEHHbIX

* Onucan B 1960 roay [pxoHOM
3ABapACcoOM

b 50 W ST
RANLURTR RIS
A 1%41 1‘5»

13




bones3Hun cBA3aHHbLIE C HAapyLLEHUeEM Yucna
NOJIOBbIX XPOMOCOM

 CnHgpowm LWepeluesckoro — TepHepa — OTCYTCTBUE O4QHOMU
X-XpOMOCOMbI Y XeHLWMH (45 X0) Bcrneacrene HapyLlueHus
pacxoXxaeHUs rnonoBbIX XPOMOCOM; K NPU3HaKamMm OTHOCUTCS
HMU3KOPOCMNOCTb, MOSIOBOMN MHMPAHTUNN3M K becnnoaue,
pasfinyHble coMmaTndeckne HapyLieHns (MUKporHaTus,
KOpOTKasa wes n ap.);

* CuHopom KnanHdensrepa — noncommst no X-xpomocomam
y MmaneunkoB (47, XXY), NpU3HaKU: eBHYXOUOHbIW TUM
NC/TOXXEHWNA, TMHEKoOMacTus, crnabbi pOCT BOMOC Ha nuue, B
\\QD,MbIIJJeHHbIX BMaguHax v Ha y1obke, NofoBom

l@@b@l—l nn3m, becnrnogue; yMCTBEHHOE pa3BUTME OTCTAET,

oaH QLAa MHTENNEKT HopManbHbIN.
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bone3Hn cBA3aHHbIE C HapyLleHnem 4mcria
NMNOJ10BbIX XPOMOCOM

* [Tonncomuna no X-xpomMocome — BKIMHYaeT TPMCOMUIO
(kapuotun 47, XXX), TeTpacommio (48, XXXX),
neHTacommio (49, XXXXX), otTmevaeTcs
HE3HaYNTENbHOE CHMXEHNE NHTENNEKTAa, NoBbILLEHHAd
BEPOATHOCTb Pa3BUTUS NMCUXO30B U LLUIN30PPEHNN C
HebnaronpuUATHLIM TUMOM TEYEHUS;

* [lonncomusa no Y-xpomocome — Kak 1 norincommsa no X-
XpomMocome, BKroyaeT Tpucomuto (kapnotun 47, XYY),
\_ TeTpacomuio (48, XYYY), neHtacomuio (49, XYYYY),
S KIMHMYecKue NpoABNeHna TakkKe CXOXN C NONUCOMUNEN

Q(-)go OCOMbl;

O
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[ eHOMHbIE MyTaL K

3. [annonansa — ato
YMEHbLLUEHME Yncna
XPOMOCOM B COMaTU4eCKMX
KNeTkax go rannoungHoro, T.e.
BOBoe. Halle Bcero
BCTPEYaeTcs Y pacTeHUn.

OHU XapaKTepusyrTcS
boriee MeENKNMmM pasmepamu,
%OHI/I)KGHHOI‘/JI
x\\@gu‘\eCHOCOGHOCTbm "

6e0|3§MQM
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3aKOH roMonormM4yeckmux psaoB B
HacnegcTBEHHON M3MEHUYNBOCTU

BbiBen Hukonan IBaHoBuvY
BaBunos, n3y4as
Onn3KopoOaCTBEHHbLIE BUAbI
3MNaKoBbIX KYNbTYP.

YCTaHOoBUN, YTO Y MHOTUX
BMOOB 3TOr0 cCEMENCTBa
NMMEKTCSH OONHAKOBbIE
HacneacTBeHHble
3MEHEeHUS

www fppt.info



3aKkoH BaBunosBa:

@"Bwp,bl N poabl,

reHeTu4yeckun 61M3Kune,
XapakrepusyTtcs
CXOAHbLIMU pAgamMu
HacneACTBEeHHOM
NU3MEHUYUBOCTU C TAKOW
NpPaBW/IbHOCTLIO, YTO, 3Has
pAa, oopm B npegenax
OAHOro Buga, MoXHo
npegBuaeTb HaxoXxaeHue
napannenbHbIX hopm y
Apyrux BugoB 1 poaos.”
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3aKOH roMonornyecknx pssaoB B HacneacTBEHHOM
N3MEHYNBOCTU

2. Yem bnuke reHeTn4eckn B o0LLIEN CUCTEME PACMONOXKEHDI
poabl N BUAbl, TEM MNOSIHEE TOXOECTBO B pAdax Ux
N3MEHYMNBOCTU

3. Llenkle cemencrtea pacteHUn XxapakTepusyrTcs
onpegeneHHbIM LMKNOM U3MEHYNBOCTU, NPOXOOSALLEN Yepe3 BCe
pPOLbl, COCTaBMAKOLLIME CEMENCTBO.
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MpumeyaHue. 3Hak "+" 03HAYaeT Hanuyne HacneaCcTBEHHbIX hopMm, obnagalowmnx ykasaHHbIM

NPU3HAKOM.
www.fppt.info



