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I ennble mymauuu




I ennvle mymauuu

- 3TO U3MeHeHHe CTPYKTYPBI OTAe/IbHbIX y4acTKoB JIHK, a, 3HaywT,
KOJIMYECTBEHHOI'O ¥ KAYeCTBEHHOI'0 COCTaBa HYKJIEOTHU/ OB I'€Ha.

/

0 1. be3 caBura pamku
CYMUTBHIBAHUS

0 3aMeHa aMMHOKHUCJIOTHOTIO
OCTaTKa B CcOCTaBe

0 Tlpoucxozsr B pe3ynbraTe ;Ogl’:lnzgaf upa (muccerc-
3aMeHbI HYK/IEOTHHBIX Tap, ymay

nipu 3Tom obmas parHa JHK
He U3MeHSIeTCSI.

0 B pesynbpraTte BO3MOXXHa 3aMeHa
AaMUHOKMCJIOT, HO U3-3a
BBIPOXXAE€HHOCTU
T€HEeTUYECKOI'0 KOZIa BOSMOXXHO
Y COXpaHEeHHe CTPYKTYPHI
Oenka.



Muccenc—mymauuu
Cepnoeuono-Kkiemounas anemus




I ennvle mymauuu

- 3TO U3MeHeHHe CTPYKTYPBI OTAe/IbHbIX y4acTKoB JIHK, a, 3HaywT,
KOJIMYECTBEHHOI'O ¥ KAYeCTBEHHOI'0 COCTaBa HYKJIEOTHU/ OB I'€Ha.

/

[ 1. be3 cdsuza pamku
CHUMbI8AHUSA

0 3aMeHa aMMHOKHC/JIOTHOTO
OCTaTKa B cOCTaBe

0 Tlpoucxozsr B pe3ynbraTe ;O;;I’CIIHSIJ;E upa (mMucceHc-
3aMeHbI HYKJIEOTHUAHBIX Tap, ymay
nipu 3Tom obmas parHa JHK

He USMEeHAETCH.

0 B pesynbpraTte BO3MOXXHa 3aMeHa
aMUHOKHC/IOT, HO M3-3a AMHWHOKHC/JIOTHOTO OCTaTKa B
BBIPOXKAEHHOCTH cocTrase
reHeTHU4eCKOro KoJa BO3MOXXHO nounenTtuaa (cetiMceHc-

Y COXpPaHEHUE CTPYKTYPHI mymayuu)
OeKa.

0 be33amensl



HHble mMymauu
Umenus

AHK maTpuynas,
Y4aCTOK reHa

MYTAallUOHHAsA
TOYKaA

3ameHna



HHble mMymauu
Umenus

A by

AHK marpuyHas,
Y4aCTOK reHa

MyTdllMOHHbIE
TOYKHA

Hneepcus



I ennvle mymauuu

- 3TO U3MeHeHUe CTPYKTYPbI OTZe/IbHBIX Y4acTKOB /IHK, a, 3HauuT,
KOJIMYeCTBEHHOI'O U KQYeCTBEHHOI'0 COCTaBa HYKJIEOTUIOB I'eHa.

0 HouceHc-myTanuu (3ameHa 0 2. Co cABUTroM paMKH CIYUTHIBAHUSA
CMbIC08020 KOJOHA HA CIMON- (ppetimwugmob)
KOOOH) 0 “
[~ 80% om ecex eeHHbIX Mymauyutl

0 TIpoucxomsT B pe3yiabraTe BCTaBKH (UHcepyuu)

< B pe3y/abTaTe MOTYT BOSHHUKATDH WUJIU IOTepU (3chu3uu ) HYKJIEOTHUHBIX I1ap,
HY/1b-ajljleiu, KOTOPbIM He nipu 3ToM o6uias aavHa JHK usmensiercs.
COOTBETCTBYET HU O VH OeJIoK. [ IpOMCXOIWT MOJIHOE M3MEeHEeHH e CTDYKTYDbI
OeJIKa.

% BosMoxHO M 0OpaTHOE
siB/leHHe: 3aMeHa HOHCeHC-
KOJIOHA Ha CMbICI0BOM. Toraa
ITHHA TTOJIMIENTHAA MOYKET
yBeTUYHUBATHCS.

0 Ecim nocsie BCTaBKU Iapbl HYKJI€OTHUAO0B
MIPOUCXOAUT UX MOTePst (MK HA0O0POT), TO
aMUHOKHUCIOTHBIN COCTaB O€/TKOB MOXXET
BOCCTaHOBUTHCS.

0 Torga nBe MyTamyu XOTsI ObI YACTUYIHO

KOMIIEHCUPYIOT APYT Apyra. JTO SIBIeHHe
Ha3bIBaeTCsI BHYMPU2EHHOU cynpeccuell.




/./_\’ o i
PHHblEe MYMAayul VU ON

UmeHnusn

AHK maTpuyHas,
Y4aCTOK reHa

MyTallMOHHAasA
TOYKa

Jleneuusn - evinaoenue



PHHblEe MYMAayul VU ON

UMEeHRUA
AHK marpuyHas,
Y4aCTOK reHa
MyTaunoHHa;; .............. >
TOYKa
Bcmaeka

Howncenc-mymauus



OMOCOMHbBIE Mymauuu




XPOMOCOMHBIE MymMayuu

- UIBMeHeHHe CTPYKTYPbl XPOMOCOM.

om aam. deletio — yHuumosceHue) — XpOMOCOMHBbIE
0 1. lenenun ( ¢ Y =
NIePeCTPOUKH, ITPU KOTOPBIX MPOUCXOIUT TTOTEPST
(HeXBaTKa) y4aCTKa XPOMOCOMBL.

% Cundpom Kowaubez2o Kpuka (CUHIPOM
JlexxeHa).

IlIpuuuna: denenyisi KOPOTKOTO IIeYa
XPOMOCOMBI 5-H1 TapBhl.

Kaunuka: natoioruyeckoe CTpoeHue
TOJIOCOBBIX CBSI3OK - IETU U3JAI0T KPUK,
HAIlIOMUHAIOIIMI MsTyKaHbe KOIIKH.
Henopassutue peun. Mukpouedanus.
KoconanocTs. 3agepyxka yMCTBEHHOTO U
$U3HUYEeCKOTO Pa3BUTHS.
[Ipogo/DKUTETbHOCTD YXU3HU
3HQUUTETHbHO CHIDKEHA, TOTBKO OKOJIO 14%
OOJIbHBIX MEPEXKUBAIOT BO3PACT 10 JIeT.
+» Ilamoczene3s: Ilopok cepaiia.

‘:‘

‘:‘




XPOMOCOMHBIE MymMayuu

- UIBMeHeHHe CTPYKTYPbl XPOMOCOM.

[1 2. I/IHBepCI/II/I — MOBOPOT OTIE/IbHBIX Y4aCTKOB XPOMOCOMBI
. Ha 180°

Bb EF A B CE F
I

% Y 4denoBeka HanboJIee PaCIIPOCTPAHEHHOM SIB/ISIETCS
WHBEPCHUS B Q XpOMOCOMe, He Bpe/isiliiasi HOCUTEI0 U
CYUTAIOUIASICSI HOPMOM, XOTSI CYylIeCTBYIOT JaHHbIE, UTO Y
YKEHIIIWH C 3TOM MyTalihel CcyliecTByeT 30 % BepOSITHOCTD
BBIKUIBIIIIA.



XPOMOCOMHbBIE Mymauuu




XPOMOCOMHBIE MymMayuu

- UIBMeHeHHe CTPYKTYPbl XPOMOCOM.

[] 4. Tpch JIOKAIIUS — MEXXPOMOCOMHbBIE ITEPECTPOUKHU, IIPU
KOTOPBIX IIPOMCXOIUT IIEPEHOC y4acTKa

OZJHOM HAa HET'OMOJIOTUYHYIO €.

[ \ Bzaummnuie,

Heeg3aumHble
peuunpokHbsle
A pA BgpC D HDBC GEHF G H (o6pamnuie)
CummempuuHble

a sachd c d efghk f g h HeummempuuHusle
A B CD E FGH
] o
] e

abcd e fg h



N/
%

N/
%

0‘0

0‘0

0‘0

MexaHu3mbl 603HUKHOGCHUAA
XPOMOCOMHDBIX MyMauuu

HepaBHbIi1 KpOCCMHTOBEP MEXXy TOMOJIOTUYHBIMH XPOMOCOMaMH
(BOBHHUKAIOT Ae/IeLMU U JYTUTUKALMN) K HETOMOJIOTUYHBIMU
XpOMOCOMaMM (BO3HHKAIOT TPAHCIOKAIINH);

BHYTpHXpOMOCOMHBIN KPOCCHHTOBEP (BO3HUKAIOT JIe/IelIuU U
WHBEPCHUH);

PaspbiBbI XpOMOCOM (BO3HUKAIOT pa3auyHbie GpparMeHThI);

Pa3phIBbI XpOMOCOM C MOC/IEAYIOIIMM CoeTuHEHHEM GparMeHTOB
(BOBHUKAIOT MHBEPCUH, TPAHCITO3UIIMH, TPAHC/IOKALIHH);

KomurpoBaHue reHa v nepeHocC KO B IPYTroM y4aCTOK
XPOMOCOMBI (BOSHUKAIOT TPAHCIIO3UIIVH).



I enommuble mymauuu
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- IBMCHCHHEC Y1 C/1a XpPOMOCOM B KAPHUOTHIIE.

= 9

. [ omurmnonaus [ 2. AHeyIUIOUu U S




o/l

- IBMCHCHHEC Y1 C/1a XpPOMOCOM B KAPHUOTHIIE.

= 9

[ CoMaTuyeckas 0 MerioTudyeckast

[l HekoTopble )KUBOTHBIE —
JIOCOCH, KapIibl, YEPBY, I IlokpbITOCEMSIHHBIE PacTeHU

HaceKoMble, peXke To/IoCeMsTHHbIe, MXH,
paKooOpa3HbIe MANOPOTHUKU



Honaunnououstit pso
3eMIAAHUKU

<
% 3EMJISHHUKA 0:. 3eMJISIHUKA ,:, K]IY6HI/IKa, % 3eMJISHHUKA

‘:‘ 14 XpOMOCOM 0:0 28 XPOMOCOM % 56 XpoMoCcoOM




Honunnouou:

0 ABTONOJIUILIOWUIUS

% MHorokparHoe
ITOBTOpPEHHE OHOTO 1
TOI'O YK€ TeHOMA, WU
OCHOBHOTI'O YHUCJIA
XPOMOCOM B KJIETKaX
OpraHH3Ma OJHOTO 1
TOT'O YK€
OUOJIOTMYECKOTr0 BUJA.

Tpurutonbl
OOBIYHO
KpyIIHee, HO
CTE€PUJ/IbHBI

/ U Xapakmepha daa:

- HUBIIUX 3YKapUOT U
IMMOKPBITOCEMEHHBIX PAaCTeHUH,

- Y MHOTOKJIETOYHBIX YKXUBOTHBIX
BCTPEYAETCS KPpAaWHe PeaKO: Y
IOXIEeBbIX YepBei, HEKOTOPBIX
HACEKOMBIX, HEKOTOPBIX PbIO U
3€MHOBOJ HBIX.

- ABTOTIO/IMIUIOUIBI Y UeT0OBeKa
Y IPYT'UX BBICIIMX TO3BOHOYHBIX
MOru6AI0T Ha PAHHUX CTAJIHS
BHYTPUYTPOGHOTO Pa3BI.




Honunnouous

ECJII/I B COMaATHUUYEeCKUX KJIeTKaXx
0 Anmorionnuvs

dAREPRAUS b0 WHROIRY IOy

PLPRBRAAX

ZUORUOUI0UUY (CEPEHNFIBHE & MBHoOrokparHoe

ABIAHHANOB, IIPUHAIIEKAIINX K MMOBTOPEHMeE IBYX U

PREAAIH RO RIS ED Nl OoJiee pa3HbIX

£PASPHIHEHBR Q0 Iee Habopa ranIOMIHBIX

WH&&KWM%@@%H}%‘&%@ETCH XPOMOCOMHBIX HAOOpPOB
LS HYA (L 2 AP0

R e

bl e y TUOPUTHBIX

OKa3bIBa€TCSI HEBO3MOXXHbBIM OPraHU3MOB TIpU
T.0. BO3HHKaeT MelOoTUYeCKHUU MEXBUIOBOU U
GUIBTP, MPENATCTBYIOUTHA MEXPOJ0BOM
rnepesaye HaC/IeICTBEHHBIX ruOpUAU3aIIHH.
33J1aTKOB

[loaTomy y nm1og0BUTBIX
TTOTUTIJIOUZOB KAXCOblli 26HOM
dodceH Obimb yd80oeH.




HOONOTUNIIOUOUA

[ yBenndyeHMe YHC/Ia XPOMOCOM B ITOKOSAIIEMCS siape (rpu
OTCYTCTBHUU MHMTO3a), He COITPOBOXKAAOIIeeCs e/ ileHueM
KJIeTKHU

e (C/IOHHBIE KeJsie3bl
Ipo30dUIIBI
npeACcTaBAeHbI
KJIETKAMH C 56
XpPOMOCOMaMH




Aneynnouousn

< Cunapom TépHepa -

0 1) MoHocommus — yTparta IllepemiéBCKOTO - MOHOCOMUS TIO
OAHOM M3 XPOMOCOM X-xpomocome (XO), KapruOTHII
IUILIOUAHOIO Habopa MpeCTaB/IeH 45 XPOMOCOMaMU

(21 - 1) ¢ Kaunuka: orcyrcrsue BIII],

HU3KUM POCT,
HeIPOIOPIIMOHAIBHOE CTPOEHME
TeJla, TO/I0Ba «CPUHKCA», YIIU
nepopmupoBaHbl. [TonoBoit
nHbaHTHU/M3M. CHIDKeHUE
YMCTBEHHOTO Pa3BUTHSI.

« Ilamocene3: B myOepTaTHBIN
epuos HeZJOPa3BUTHE TTOTOBbIX
OPTAaHOB Y BTOPUYHBIX TTOTOBBIX
MIPU3HAKOB, MTOPAKEHHE
COCYIVCTOUN CUCTEMBI, aHOMAJINU
MOY€BOU CUCTEMbI, yMeHbIIeHHEe
OCTPOTBHI 3peHMSI, C/TyXa.




Aneynnouousn

« Cunapom JlavHa -4 s1 110
21 XpOMOCOME
XPOMOCQ
Kna
TOJIOB
HOC C II
epeHo
YKOPOY€Hy
HEPBHO-J ' BBUTHE

3aMe/JIq | Ta peyb),
MHOeK P | & HYsT

npoTelf S pas
yanief 4 el )} 307
JerKh

% Ilag

BH
co

¥ ceppedHO-
L.

Cunapom JlayHa

CxoauTb Ha Y3W 1 BbISIBUTb 10 POAOB...




Aneynnouousn

/ « _Cunapom DaBapica - TPUCOMHS
0 2) Tpucomusa — HamuuKe 110 18 XpoMocoMe
TPEX TOMOIOTMYHBIX .»%‘ Kaunuka: npeHaranibHOe

XPOMOCOM BMECTO Iapbl HeJOpa3BUTHE, aHOMa/TUH
MO3rOBOTO Y JIMLIEBOTO Yeperna, 1
(2n +1)

KOCTHO-MBILI€YHOU CUCTEMBI.
E.min.ru '

¢ Ilamoecene3: MOPOKY cepAlia U
KPYIHBIX cocynoB. Hapyiienus
Pa3BUTHS TOJIOBHOTO MO3TA,
CTOTIbI, BDOXK/IEHHOE OTCYTCTBHE
IIIUTOBUAHOMU YKeJie3bl U
HA/ITTOYE€YHUKOB.

% 60 % mereli yMUparOT B BO3pacTe
70 3 MecsI1eB, 5-10 % - ToXXKHUBaeT
no ropa. I IpyyuHel cmMepTu:
OCTaHOBKA IbIXaHUS U HApPYLIEeHUS
paboTsl cepana. OcTaBumecs B
YKUBBIX —OTUTO(PEHBI.




Aneynnouousn

&

0 2) Tpucomusa — Hanu4Me

TPEX TOMOJIOTUYHBIX &
XpPOMOCOM BMECTO Taphbl

(2n +1)

1:11000

>

¢
%®

Cunapowm IlaTdy — Tprcomusa 13
XPOMOCOMBI

Knaunuka: MmHOroBogue npu
BbIHALLIMBAaHUU TJIOJQ,
MpeHaTa/IbHOE HeJOPa3BUTHE,
MOMYyTHEHHE POTOBUIIbI,
MOINAAKTUINS, KOPOTKAs 11es,
3aMaBllIasi NePeHOCHUlld, ITUPOKOe
OCHOBaHHUe HOCA.

IlamoeceHe3: 3MeHeHV s
IIOKEeTyLOYHOU XKeJle3bl,
IT0OQBOYHBIE CeIe3€HKH,
SMOpPHOHAIbHAS ITyTTOYHAs IPhDKA
bonBIIMHCTBO AeTeN C CAHAPOMOM
[IaTay yMUparoT B mepBbie HeJen
nnu Mecsiibl (95 % — 1o 1 Toza).
OcTaBiuecs B YKXUBBIX CTPAAAIOT
TTyOOKO# UIANOTHEH,




Aneynnouousn

0 2) [ToancoMuss — HaITUYHeE

TPEX TOMOJIOTUYHBIX
XpPOMOCOM BMECTO Taphbl
(2n +1)

1:500

Cunapom Knaiitndenbrepa -
KapuoTui — 47 (XXY), 48 u 6o1ee
XPOMOCOM.

Knunuka: nposiBisieTcs IULb
MoCJie TMOJIOBOTO CO3peBaHuUSl,
IJIMHHBIE HOTH, BBICOKAS TaJINS,
BBICOKUU POCT, OTCYTCTBUE
3aJIBICHH Ha J10y, OBOJIOCEHHE T10
YXEHCKOMY THILY, IIJIOXO POCT
BOJIOC HA JIULle, THHEKOMAaCTHSI,
6ecrutonme. C yBenudeHueM X-
XPOMOCOM yBe/TUUMBAETCS
YMCTBEHHAsi OTCTAIOCTh A0
MOJIHOW UAUOTHH, C YBeTMYeHUeM
Y-XpOMOCOM — arpeCCUBHOCTb.
IlamozeHes: B mybepTaTHOM
nmepuoe 0OHapPY)>KUBAETCS
HeJOpa3BUTHE TePBUYHBIX
MOJIOBBIX TPHU3HAKOB.



Cnacuoo 3a enumanue!

A




