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MyrannonHa
N3MECHUYUBOCTH




Y cniaHuesied YEPHBIN [BET IIEPCTU JOMUHUPYET HAT
KO(EHHBIM, a KOPOTKas IIEPCTb — HaJ JJIMHHOMM.
OXOTHHUK KYIIHJI COOAaKy YEPHOTO 1IBETA C
KOPOTKOM IIEPCTHIO U, YTOOBI OBITh YBEPEHHBIM,
YTO OHA YMCTOIIOPOAHA, IPOBEII AaHATTU3UPYIOIIECE
CKpemuBanue. Pogunocse 4 meHka:

2 KOPOTKOILIEPCTHBIX YEPHOI'O IIBETA,

2 KOPOTKOIIEPCTHBIX KOPEerHOro 1eera. Kakon
TCHOTHII KYIJIECHHOM OXOTHHUKOM COOaKu?



MoaudrkanuoHHas H3MEHUYHNBOCTD

. MOXHO I €€ CUUTaATh OIPEACITICHHOMN

U3MEHYUBOCTBHIO?

. MOXHO 711 €€ cUuTarh rpyInioBoOu

U3MEHYUBOCTBHIO?

. Bausgaue ga resorTuir’?
. Bnmusaaue Ha ¢penoruir?

HacnenoBaHre noaIy4eHHBIX U3MCHCHMI

. 3HAYCHUE IJIs1 OpraHu3Ma:
. 3HaUEeHUE 11 DBOJIIOLINU:




KayecTBEeHHBIE TIPU3HAKH KoJyinueCcTBEeHHBIE TPU3HAKHU

[IBET IEPCTHU, ) KUPHOCTh MOJIOKA, TPYIIIa KPOBH,
ANULEHOCKOCTh KYP, BBICOTA PACTCHUM,
YPOKAUHOCTb, OKpPACKa CEMAH, CTPOCHHUE 1IBETKA,
pa3Mep JIMCTbEB, YIOUHOCTb KOPOB, MAaCTh
KUBOTHBIX, POCT.
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KoMOnHaTUBHAA HACJIEICTBEHHAMA
NU3MEHUYNBOCTD

B03MOXXHOCTH BOBHUKHOBEHUSI KOMOWHAIIWN

IIpogasza I meno3za — KpoOCCHHTOBED;

AHadaza I — He3aBUCUMOE PACXOXKICHHUE
TOMOJIOTHYHBIX XPOMOCOM;

Amnadaza II — He3aBUCHMOE pacX0XkKICHHUE
XpOMaTHU/I

Ciy4arHO€ CIUSAHUE TaMET



Onurpadom
K YPOKY MOT'YT CIIY>KHTb CJIOBa
13 3HAMEHUTOU
ckaszku A. C. IlymkuHa
«Ckaska o nape Canrase»

«Poauiia napuiia B HoYb
He 10 cbIHA, HE TO 104b;
He MBIIIOHKA, HE JIATYIIKY,
A HeBeJIOMY 3BEPIOLIKY».

A. C. Ilymikun







MyTanun — 3TO BHE3AIHBIE CKAYKOOOpa3HBIE
CTOMKHWE HU3MEHEHHUSA B CTPYKTYpPE F€HOTHUIIA.

MYTaIM — 3TO HACJIEAYEMBIEC
U3MEHEHUSA T€HETUYECKOTO
Marepuania.



3Ha4YeHue myTareHoB

B npupope Nna yenoseka
* CHuMXteHue
HcU3HecrnocobHocmu * Fenemuveckue
n106bix op2aHuzmos, decpekmei (0Kos10 2
2ubesb u e npoyecce moicAY)
ecmecmeeHHO20 * B comamuyvecKux
ombopa K/ilemkKax - pak
* [locmaenaem
mamepuas 019
ecmecmeeHHO20
ombopa u

MUKPO380o/MHoOyuUu




MyTalmoHHas Teopus.

BriepBbie BO3MOXHOCTH
OJTHOMOMEHTHOI'0 Ka4€CTBEHHOTIO
M3MECHEHUS HACJICICTBCHHBIX
mpu3HakoB nokazai C.H.
Koporcunckuii (1899), oqHako
OCHOBHBIE TIOJIOKECHHUS TEOPUH
MyTalun U3J10KuII I.0e @pusz B
padote «MyTalMOHHAS TCOPUS
(1901-1903). ImeHHO OH BBEJI TCPMUH
Mymauyust




Tepmun «MyTanus» TpeaioKuUI TOJIAHACKUA
O0otanuk I'yro ne ®pus3 B CBOEM KJIaCCHYECKOM TPYIIE
«MytamonHas Teopus» (1901—1903 rr.),

OCHOBHDBIC 10o10)KeHU KOTOPOT0 A0 CUX IOP HE YTPaATWUIN 3HAYECHUS:

- MyTallud BO3HMKAIOT BHE3AIIHO, JUCKPETHO, 0€3
IIePEXOJIOB;

OHU KOHCTAHTHBI B CBOEM MPOSBICHUU;
MYTalUd HACJIEAYIOTC,

OHH MOT'YT OBITh KaK MOJIC3HBIMHU, TaK U BPEAHBIMU
(m00aBUM, a TaKkKe - HEUTPAIBLHBIMH );

BBISIBJICHUE MYTAaIllM 3aBUCUT OT KOJIWYECTBA
IPOAHAIIM3UPOBAHHBIX 0COOEH;

OJHH U TE K€ MyTallUd MOT'YT BO3HUKATh ITIOBTOPHO,
XOTS U C HU3KOH YaCTOTOM.



IHos10:xeHNsT MYTALIUOHHOM
Teopuu [de ®pusa

CoBpeMeHHBbIC YTOUYHECHUS

MyTanuu BO3HHUKaIOT BHE3aIMHO, 0€3
BCSKHX TIEPEXO/I0B.

CYIIIECTBYET OCOOBIN TUI MyTaIluH,
HaKaIJIMBAIOIIMXCS B TCUSHHE PSJIa TIOKOJICHUM

Ycnex B BBIABIICHUU MYTallUK 3aBUCUT
OT YKCJIa TPOAHAITU3ZUPOBAHHBIX

0e3 U3MEHEHUM

oco0eii.
MyTtaHTHBIE (DOPMBI BIIOTHE MYTaHTHOMY T€HOTHITY COOTBETCTBYET MyTaHTHBIN
YCTOWYHBHI. (EHOTHUIT U OJHA U Ta K& MyTaIlHs TIPOSBISICTCS Y

pa3HbIX 0COOEH B paBHOM CTENEHU

MyTauuu xapakTepusyroTcs
MPEPBIBUCTOCTHIO: 3TO KAYECTBCHHBIE
M3MEHEHHUS, KOTOPhIE HE 00pa3yIoT
HETIPEPBIBHBIX PSIOB, HE TPYIITAPYIOTCS
BOKPYT CPEAHETO TUIIA

CYHICCTBYIOT JIMKOBBIC MyTalluu, B pC3yJIbTATC
KOTOPBIX IPOUCXOAUT HC3HAYNTCIIbHOC U3MCHCHUC
XApPAaKTCPUCTUK KOHCYHOI'O IIPOAYKTaA

OnHM U T€ )K€ MyTald MOTYT
BO3HHUKATh TOBTOPHO.

ATO KacaeTCs F€HHBIX MYTallUi; XpPOMOCOMHBIE
abeppaly YHUKaJIbHBI U HEITOBTOPUMBI

MYTaHI/II/I BO3HHKAIOT B PA3HbBIX
HaIlpaBJICHUAX, OHHU MOI'YT OBITH
BPpCAHBIMHA U ITOJIC3HBIMMU.

caMH 1o ceode MyTalliuh HC HOCAT aHaHTHBHBIﬁ
XapaKTCp, TOJIBKO B XOAC 3BOJJIIOLHUHU, B XOIC 0T60pa
OLICHUBACTCs «ITOJIC3HOCTBH», ((HefITpaJIBHOCTB)) 0] 051
«BpPpCAHOCTB» M}’TaHI/Iﬁ B OIIPCACICHHLBIX YCIIOBUAX
IIpHU 3TOM «BpPpCAHOCTB» U «IIOJC3HOCTBL» M}’TaHI/Iﬁ
3aBHUCUT OT I'€HOTHUIINYECCKOMN CpCabl
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Mo npu4mHe Mo euay KNeTok, Mo sHa4eHwnio | | Mo “ypoeHi"
B KOTOpbIX NpoM3oLwwna (“macwraby”)
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B 3aBHUCUMOCTH OT TOTO, KAaKOH IIPHU3HAK IOJIOKEH B
OCHOBY, Ha CETOJHSIIHUMN JIE€Hb CYIIECTBYET
HECKOJIBKO CUCTEM KJIaCCU(PHUKALIMU MY TallHK:

1lo nposenenuro 6 cemeposzucome.
1. JloMHHAHTHBIC MyTallMH.

2. PenieccuBHBIC MyTallUU;



1o omnuowenuo K BO3BMOKHOCTH HaCJICIOBAHUA.

1. I'eHepaTuBHBIE, IPOUCXOIAIINE B IIOJOBBIX
KJIETKaX;

2. CoMarn4eckKue, MPOUCXOISIINE B
COMAaTHYECKUX KJICTKaX.



[lo noxanuzayuu 6 Kiemxe:
1. AnepHrie;

2. lluromnasmaruueckue. B aTom cityyae
OOBIYHO ITOJPA3YMEBAKOT MYTaIlUX HEIACPHBIX
TC€HOB.



B 3asucumocmu om npuuuH, BEI3bIBAIOIINX
MYTAaLH:

1. CmodTaHHBIE, BO3HUKAIOMINE 0€3 BUINMOU
IPUYHMHEI, T.€. 0€3 KaKUX-JIN00
MHIYLAPYIOIIUX BO3ICHCTBUN CO CTOPOHBI
IKCIIEPUMEHTATOPA;

2. HayuupOBaHHbBIE MYTAIUM.



CnoHTaHHbIE MYTAallNU.

Kax b1l T€H ¢ TOM WX MHOW YaCTOTOM CIIOHTAHHO MEPEXOJIUT B
MYTAHTHOE€ COCTOSTHUE.

[IpyurHBl HHOYKIIMY CIIOHTAHHBIX MYTAallUK HEACHBI. Jlojiroe Bpems
MoJIarajgu, 4To K YUCIy HHAYHIUPYIOIIUX (PAKTOPOB OTHOCHUTCS
€CTECTBEHHBIM ()OH MOHU3UPYIOIIUX 00YUEHUM, 00pa3yeMbli
TOXOISIIIIUMHU JIO0 IOBEPXHOCTHU 3€MJIM KOCMUYECKUMHU JIYUYaAMH,
ramMma M3JIy4eHUAMU 3€MIA U PAAUOAKTUBHBIMM BEIIECTBAMM,
MOCTYIMAOMIMMHU B MAJIBIX KOJIMYECTBAX B OPraHU3M U3 OKPYKAOIIEH
CpE/IbL.

BTopoyt npruyrHONU CHOHTAHHBIX MYTAIUU ABIISFOTCS CIIyYalHbIE
MTOBPEXKJICHUS XPOMOCOM M T€HOB B XOA€ HOPMaJIbHBIX
METa0O0INYECKUX MPOIIECCOB, MPOUCXOISIIMX B KIETKE. I10
MHOTOYHUCJIEHHBIM JaHHBIM CIOHTAHHBIE MYTallM BO3HUKAIOT BO
BpeEMS JAECJIEHUA XPOMOCOM M perumnkarnuu JJHK.

Tperbel NPUYMHOW CIOHTAHHBIX MYTALIUU ABJISICTCS MIEPEMEIICHUE
110 TEHOMY MOOWJIBHBIX 3JIEMEHTOB, KOTOPHIE MOT'YT BHEJAPHUTHCS B
1000M I'€H U BbI3BaTh B HEM MYTalMI0. 0koyio 80% CIIOHTaHHBIX
MyTalllil IPUXOAUTCS HA CUET NepEeMEIIeHU MOOMIIbHBIX
AJIEMEHTOB.



* Unoyyuposannvie mymayuu. Hagcon n @uiumnmnos, B
CCCP, kotopsie, 00iydast peHTT€HOBCKUMU
JTy4aMU KyJIbTYpPhI INIECHEBBIX TprOOB B 1925 rony
MOYYWIM PACIICIVIEHUE 00JTy4aeMOM KYJIBTYPhI «HA JBE
(opMBI U packl». « TakuM 00pa3oM MOTYYUIIUCH JBE
(OopMBI, Ba MyTaHTa, OTJIMYAIOIINECS HE TOJBKO JPYT
OT ApyTa, HO U OT UCXOJHON (HOPMAJILHOM) (POPMBD».

* B 1930-x rogax ObLI OTKPHIT XUMAYECKHUM MyTarcHe3 y
apo3odmisl: B.B. Caxapos (1932), M.E. Jlo6ames u ®.
A. CmupHoB (1934) moka3anu, 94T0 HEKOTOPBIE
COCIMHCHMS, TAKME KaK MOoJ. YKCyCHas KHUCJIO0Ta,
aMMHaK, CIIOCOOHBI UHIYLIUPOBATh PEIECCUBHBIC JICTaJIH
B X-XpOMOCOME.



CM. I'epmien3on n3onuposan JJHK u3 tTumyca u 1o6aBmi €e B KOpM JIMIHMHKAM
apo3oduisl. Cpenu 15 ThICSY MpOaHATM3UPOBAHHBIX KOHTPOJIBHBIX MYX (T.€.
0e3 JIHK B kopMe) He ObLIO MOJYYEHO HU OJTHOM MyTaIliu, B TO BpeMs Kak B
OIBITE Cpeau MpUMeEpHO 13 ThIC. MyX OBLIM IOJIYyYEHBI 13 BUAMMBIX MyTaIlUH.

B 1941 rogy noka3anu, 4To TOpYAYHBIN ra3 (a30TUCTHIN UIPUT) UHIYLUPYET
MyTaluu y Apo30¢uiibl. 13-3a BIOJHE ITOHATHON BO BpeMsl BTOPOM MUPOBOM
BOWMHBI CEKPETHOCTH, PE3YJIbTaThl PA0OTHI C ’TUM OTPABJISIOIINM I'a30M HE
ObuTH onyOarKkoBaHbl 10 1946 rona. B ToMm ke 1946 rony M.A. Panonopr B
CCCP npoaeMOHCTpUPOBAJI MyTareHHYH aKTUBHOCTh (hopmanbaeruaa. C tex
Op B apCeHaJI MyTareHHbIX (PAKTOPOB BOILIN Pa3HOOOPA3HBIE XUMUYECKUE
COCJIMHEHUS: AHAJIOTH OCHOBAHWH, BKJIOUAKOIIHUECS HenocpeacTtseHHo B JIHK.
Takve COeIMHEHNS KaK a30TUCTAst KUCI0TA WX THAPOKCUIIAMUH,
coequnenus, ankuwiupyromue JJHK (3TunmerancynbgoHar.
METWJIMETAHCYJIb(OHAT U Ap.), COCAUHECHUS, THTEPKATUPYIOIINE MEXKTY
ocHoBanusimu JIHK (akpuannbl v nx npousBoHbIE). BCe 3TH BeniecTa cTanu
Ha3bIBaTh CyNEpMyTareHaMu, U3-3a UX BBICOKOH A(P(HEKTUBHOCTH B UHIYKIIUU
myTamui. ['ak B padote . A. Panonopta 1946 rona npu

IEUCTBUM CyOJIeTaIbHOM 103bl BOJHOIO pacTBOpa popMajiiHa Ha JTUYMHOK
Ap030(¢uIIbl OBLIIO MOJyUeHO 47 NeTallbHbIX MyTaluii Ha794 X-

XpPOMOCOMBI, U3ydeHHBbIX HO MeToly C1B (dactorta 5,9%), B koHTpoJie ObLIa
HaJICHA JINIIb OJIHA JIETAJIbHAS MyTarus Ha 833 XpOMOCOMBI



* B 1958 rony CH. Anuxansaom u T.C. MnpuHOM OBLI yCTAaHOBJICH
(hakT UHAYKIIUM MyTalluil y aKTHHOMUIIETOB ACHCTBUEM (DaroB.
IToce 3Toro NosIBUJINCh MHOTOYHCIICHHBIEC MyOIMKALIMY U3
MHOTOYHCJICHHBIX JJAOOpaTOpHii, B KOTOPHIX YCTAHOBJICHO, YTO B
pe3ylbTaTre BUPYCHOM MH(MEKIIMHU )KUBBIX OPTaHU3MOB (HJIM KJIETOK
B KYJIbTYPE) HHAYLUPYIOTCS XPOMOCOMHBIE MEPECTPOMKHU

* B xoH1e 1980X ro10B aMEpUKaHCKUE T€HETUKHU
A. Cupagnuar u k. PyOuH npeainoxxuiad MeToJ MyTarcHesa,
3aKJIFOYAIOIIUICS B aKTUBUPOBAHUH TIepeMeEIleHU MOOMIBLHOTO P-
AJIEMEHTA, B PE3YJIbTATE YET0 OH MOXKET BCTPAUBATHLCS B JIFIOOOW I'eH
apo3oduiasl. BeTpoiika (MHCEpIys)
MOOMJIBHOTO 3JIEMEHTA MPUBOAUT K MYTaIIMHU JITAHHOTO T'€HA.
Takum 00pa3oM 110 MOP(HOTOTUUECKUM KPUTEPUSIM MOKHO
O0TOOpaTh MYTAaHTHYIO JTUHUIO APO30(HUJI, B KOTOPOI
ectb nHcepuus JJHK u3BecTHOro cocrana, 4ro mMo3BOJISIET
BeIAEINTh JIHK MyTHupoBaBiero rena. B pesynbsrare
MCCIIEA0BATENIM APO30(PUIIbI MOJTYUYUIN BO3MOKHOCTD BBIACIATH U
kiioHuposars JJHK nto00ro HTepecytomero ux reHa. 3To OTKPBITHE
CIEIAaJI0 PEBOJIOIUIO B MOJIEKYISIPHON OMOJIOTHH.



MvTareHsl

Y Y
[1o MPOUCXOXKIAEHHIO ITo npupojie BO3HAKHOBEHHSA
I
Y Y Y Y
DK30TeHHbIE umorewnnle | | Ousmyeckue | | | Xumuueckue
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i =
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MyTareHHble (hakTopbl

e MymazeHbl (MymazeHHble ghaKkmopbl) —
3Mo ghakmopsbl, CriocobHbIe 8bI3bIBaMkb
Mymauuu

e Pasnunyaror:

* 3K30MymazeHb! (XMMmuyeckue, buonorn4eckume,
dusunyeckume)

» 3HOOMymazeHbl — HapyLUeHUs pennukaumu,
TPaHCKPUNLMW, TPAHCNALMK, penapaunun, reHbl-
MyTaTopbl



M YTAI'EHbI

/w

POHBHUYeCKHe
W OHH3UPY-IoIIee
U3/Ty4eHU e
yIbTPaHO-/1eTOBOe
U3/Ty4eHUe

reperazp t°
B/IAKHOCTB

XHUMHUeCKHE
I1e CTULIUOpI
IMPOMBILLL/IeH-Hble /bl
IUieBble J00aBKU
J1eKapCTBa
TOKCHHBI OaKTepui

buoornuecKkue
IJHKu PHK

BUPY COB

He BUPYCHEIe
rapa3vuTapHLIe
areHThI
(MHMKOILTa3MBl,
OaKkTepuy,
PUKKeTCUH U 1p.)




MyTareHbl
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CTH OpraHHsMa
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AKTHBHOS HIITY- NOBMICHN, IC- npogyxTe obnena
R THOUHOTRE, RS-

, Y TP & g ey BEWeCTE, AHTHIEHBI
$uonerosoe AR, G- raxpobos 1 napa-
HTydeHe, e — Y SHTOB,

TeMITeP ATYPBIL. TeXAPCTER




llo yxnonenuro om Hopmsl WA TaK
Ha3bIBAEMOI'0 OUKO20 MUNA:

1. IIpamMbie MmyTanuu;
2. Peepcun.

MHorga ropopsat 00 0OpaTHBIX MyTallUsX,
OJIHAKO OYEBHUIHO, YTO OHM MPEIACTABIISIIOT
COOOM TOJILKO YaCTh PEBEPCHUM, IOCKOJIbKY B
ACUCTBUTEIBLHOCTH IIUPOKO PACIPOCTPAHECHBI
TaK Ha3bIBAEMbIC CYIIPECCOPHBIC MyTAalIHUHU.



llo XAPAKMeEPY USMEHEHUA CEHOMA.

1. [ eHOMHBIE MyTallUM — WU3MEHEHHUE YU CIIa
XPOMOCOM;

2. XpOMOCOMHBIE MyTalluH, UJIX XPOMOCOMHBIE
[EPECTPOUKH, — U3MEHEHUE CTPYKTYPBHI
XPOMOCOM;

3. I'ennsnie MYyTallUl — U3MCHCHHUS I'CHOB.



U3MEeHYUBOCTH

P il

\

HeHacneacTBeHHas
(beHoTHNHYECKANA)
MOAU(DHUKALMOHHASA

HacneacrseHHas
(reHOTHMNHUYECKas)

<

KoMOMHaTHBHAN

MyTauuoHHas

P N

['enHasn

['eHOMHasn

v

1) ranaonaus,
2) NOJUINAOUAUSA.
3) aHeynaouaus

XPOMOCOMHBbIE
MEPECTPOUKH
¥

[) neneuwms;

2) AyrUIMKaums;
3) uHBEpCHS;

4) TpaHcaoKauMs




I eHHBIC MyTALIU K

[Ipy mOBpEKACHUM MW HAPYIICHUSAX B OPSIKE
WJIU 3aMEHE HYKJICOTUIOB, MOSBJICHUHN
BHYTPCHHEH IYIJIMKALUW W JCICIUH B
Mousiekylie JIHK Bo3HUKarOT reHHbIe
(TOYKOBBIC) MyTAaIHH.



* Briensaror cieayroiime pa3HoOBUIHOCTH
MYTAallUU:

* 3ameHa HYKIICOTHA B KOOOHE. Takoe
M3MEHECHUE MOXKET IIPUBECTH K
U3MEHEHUIO CMbICIa KOJIOHA MUCCEHC MYTAaIlUU,
M TIOSBJICHUIO B O€JIKE HOBOW aMUHOKUCIOTEI.
Ecau B pe3yibprare 3aMeHbl HYKJIEOTH A KOJIOH
IIPEBPAIACTCSA B TEPMUHUPYIOIIUN
— HOHCeHC MYyTallii, TO CUHTE3UPYETCS
HE3aBEPIICHHBIN O€IOK, TaK KaK €r0 CHHTE3
IIPEPHIBACTCS HA 3TOM KOOHE.



* Jleneyus — ytpara MOHOMEpA 13 Hennu. MOoKXeT OBITh
yrpara ¢pparmenra JJHK, cocrosiero us3 tpex
HYKJICOTHAOB WJIM KOJIMYECTBA HYKJICOTHIOB
KpaTHOTO TpeM. B 3ToM cilydae BbInagaeT OquH
KOJOH MJIM HECKOJIBKO, a B O€JIKE yTpauMBaeTCs OJIHA
WJIM HECKOJIBKO aMHUHOKHCIIOT.

* Eciu B JIHK yTpaunBaeTcs oguH MOHOMED (MIH
KOJIMYECTBO HYKJIICOTHIOB, HE KPaTHOE TPEM ), TO
M3MEHSETCS CMBICI BCEX MOCEAYIOIINX KOJIOHOB.
HenomHbIi KOJIOH MPU CUMTHIBAHUU JOIOJIHSICTCS
HEIOCTAIOIIMM HYKJICOTHIOM U3 COCEIHEr0 KOJIOHA
1 paMKa CUMTBIBAHUS MPHU TPAHCKPHUIIINU
cMemaercs. B pe3ynbrare Takod MyTalyiu
CUHTE3UPYETCS OCIO0K CO CIIyYarHOM
I0CJIEI0BATEIbHOCTHI0 AMMHOKHUCIIOT IIOCIIE MECTA
MYyTAalIUHU.

P




* Bcmaeska TOTIOTHUTENbHBIX MOHOMEDPOB. B
CIy4yac BCTaBKH (pparMeHTa U3 TPEX
HYKJICOTHJIOB (MJIM KOJINYECTBA KPATHOTO TPEM)
CUHTE3UPYETCS OCIIOK YIJMHEHHBIM HA OJHY WU
HECKOJIbLKO aMUHOKUCIOT. ECIIN Ke B LIelb
BKJIFOYACTCSI OAWUH MOHOMED HUJIN KOJIHYECTBO
MOHOMEPOB HE KPAaTHOE TPEM, TO IPOUCXOIUT
MYyTalMs CO CIBUIOM PaMKH CUMTBIBAHUS, KaK
OMHCAHO BHIIIE, U CHHTE3UPYETCS OCIIOK C
N3MEHEHHOU MOCJIEA0BATEIILHOCTBIO
AMUHOKHCJIOT MOCJIE MECTA MYyTaIlUH, HE
CIIOCOOHBIN BBIITOJHSATH CBOU (DYHKIIUH.



* [ eHHBIC MyTallX BHIPAXKAKOTCA B U3MECHECHUHU
CTPYKTYpbI OTACIbHBIX Y4acTKkoB JIHK. 110 cBoum

IIOCJICACTBUSIM T€HHBIE MYTAIIMU JICIISATCS HA JIBE

IPYINbL: MyTallMl O€3 CABUIa PaMKH CUYATHIBAaHUS U

MYyTallUHN CO CABUI'OM PAMKH CHHUTBIBAHMAL.

* Myramuu 0€3 ciBUra paMKHd CYUTHIBAHHUS
IIPOUCXOJAT B PE3YJILTATE 3aMEHBI HYKJICOTUIHBIX
nap, npu 3toM oomas aauHa JJHK He n3mensercs. B
pE3yJIbTaTe BO3MOXKHA 3aMEHA aMUHOKHUCIIOT, OJTHAKO
M3-3a BBIPOKICHHOCTU N'€HETHUYECKOTO KOAA
BO3MOKHO M COXpAHCHHUE CTPYKTYphbI OCIIKA.

* DTO SBJIICHUE
HA3bIBACTCS BHYTPUTCHHOU CYIIPECCUEH



* MyTanuu CO CABUIOM PAMKH CUUTBHIBAHUSA
(bperMIndTHI) MPOUCXOAAT B PE3YJIBTATE BCTABKU
WJIA TTIOTEPU HYKJICOTUIHBIX I1ap, IIPH 3TOM O0IIas
nnvuHa JIHK n3Mensercsa. B pesyinbprare npoucxoqur
MIOJTHOE U3MEHEHUE CTPYKTYPHI O€JIKa.

e OIHAKO €CJIU IIOCJI€ BCTAaBKM Maphbl HYKJICOTUI0B
IIPOUCXOJIUT MOTEPS Maphbl HYKJICOTUAOB (MU
HA00O0pOT), TO aMUHOKHCIIOTHBIN COCTaB OCIIKOB
MOKET BOCCTAHOBUThCS. Torma ABe MyTaluu XOTs Obl
4aCTUYHO KOMICHCHUPYIOT JPYT ApPYTa.

* MyTaiuu co CIBUTOM PaMKHU CUMTBHIBAHHUS
coCTaBiAIOT ~ 80% OT BCEX I'€HHBIX MYTAIHH.
BcTaBku MHA4Ye HA3BIBAKOTCS UHCEPLUAMHU, A IIOTEPH —
skcuu3uaMH. IIporecc 00pa3oBaHus BCTABOK
HA3bIBACTCA UHCEPIIUOHHBIM MYTAreHE30M.
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MyTauumn

» [oTepA HYKNeoTHO0E

» YOBOEHWE HYKNeoTWAOE

» BCTaBKa HYKNeoTHO0E.

IM3MmeHeHue NopagKa Yepeo-

NaMEHEHWA CTPYKTYPLI FreHa
(FeHHbIe MyTaLMK)

R

'Y

HexeaTKK

(¥pOMOCOMHEIE abeppauun)
(aeneyuu)

M3MEHEHUA CTPYKTYPBI XPOMOCOM

)

R

[fannowama

NepecTporKK reHoMa

I'4
MNonunnowauna

(

N3IMEHEHNA YUCNAE XPOMOCOM

l

Aynnueac M

AHEYNNOMaKMA

BaHWA HYKNeoTHOA0BE

OBMEeH YacTEaMK MEXDY
ABYMA HETOMONOTMYHBIMK XPOMOCOMA MK

||

TpaHCcnoKau MK

MoeopoT Kakoro-nubo ydacTea
X¥POMOCOMEl Ha 180°

MHBEPCKHK
|

YIOBOEHWE KaKoro-nubo ydacTKa
’ ¥POMOCOMBI

MoTepA kakoro-nubo ydacTea
X¥POMOCOMBI

|

YMEHbWEeHWe AMNNOWIHOro Habo-

_—
pa ¥pomocom B 2 pasa

MoTepa unv 4oHaeneHMe 0aHOH
—
MNK HEeCKONBK WX XPOMOCOM

KpaTHoe yeenuyeHue 0CHOBHOTD

—_—
{rannouAHOro) YMCNa XPomMocom



* B 3TOM ciiyyae B pe3yJbrare MyTalud U3MEHSIETCS
CTPYKTypa XpOMOCOMBI.

* Xpomocommuvie nepecmpouxu (abeppayuu).
XPOMOCOMHBIMH MEPECTPOUKAMU, UITU
XPOMOCOMHBIMH a0eppanisiMU Ha3bIBAIOTCS
BUJIMMbIC UI3BMEHEHUS CTPYKTYPhI XPOMOCOM.
(MHOrma XpoMOCOMHBIE IEPECTPOMKH HA3BIBAKOT
XPOMOCOMHBIMHA MYTAalUSIMH. ) XPOMOCOMHBIEC
abeppalivy (B OTIMYHUE OT T€HHBIX MYTAaLH)
BCETJa YHUKAJIbHBI, HEIIOBTOPHUMBI.



* PaznuyaroT BHyTPUXPOMOCOMHBIC adeppaluu
((bparMeHTaLI0, HEXBATKH, TYIJIMKAIWH,
MHBEPCUH, TPAHCIIO3UIINH )

1 MEKXPOMOCOMHBIE



* Opazmenmayus — 3TO APOOICHUE XPOMOCOM C
00pa3oBaHUEM MHOKECTBA PA3INYHBIX
(parMeHTOB. Y HEKOTOPBIX OPraHU3MOB
CYIIECTBYIOT IOJMIEHTPUUECCKUE XPOMOCOMBI,
U IIpu (pparMeHTaIuM KaXKabli U3 (parMeHTOB
MOJYy4YaeT LICHTPOMEPY, TOI/Ia OH MOXKET
HOPMAaJIbHO PEIIUIUPOBATLCS U YYaCTBOBATh B
ACIICHUH KIICTKH.



* Konyesvie Hexeamku, UIU 0eqpuiieHcu —
IOTE€PHU KOHIIEBBIX, TSJIOMEPHBIX Y4aCTKOB
XpoMocoM. B pe3ynberare o0pa3yrorcs
JIMHEWHBIE (PPArMEHTHI,

JIUIICHHBIC LICHTPOMEPHI (JINHEHHBIC allCHTPUK
1). ALICHTPHUKHU HE YYaCTBYIOT B ACIICHUM
KJICTKM U yTPauMBarOTCS.



* Hexeamxu 6HympeHHux yuacmkos,
WJIN Oelleyuu — IIOTEPU YYaCTKOB XPOMOCOM,
HE 3aTparuBarolyve TEJIOMEPHI. Y TPAYECHHbBIE
YYaCTKH, JTUIIECHHBIE LIECHTPOMEDP, OOBIYHO
00Pa3yIOT KOJbIIEBBIC AlICHTPUKHU, KOTOPBIC
TAKKXE YTPAuYUBAIOTCHL.



* /[ynnukayuu — 3TO yIBOCHUS YYaCTKOB
XPOMOCOM.

* B pe3ynbrare BOZHUKAIOT MAaHOEMHble
nocnieo0osamenbHoCmu TEHOB,
Hanpumep: abcabc.

* Jlyniaukanuu — OquH U3 IyTEU BOSHUKHOBEHUA
HOBBIX T'€HOB.



* Uneepcuu — MOBOPOTHI YY4ACTKOB XpomMocoM Ha 180°.
Paznuuarot nepuyenmpuuecxkue uneepcuu (MHBEPTUPOBA
HHBIA YYaCTOK BKJIIOYAET LICHTPOMEPY)

U napayermpuyeckue (MHBEPTUPOBAHHBINA Y4aCTOK
JICKUT B OTHOM M3 IIJIeYd XPOMOCOMBI BHE LICHTPOMEDHI).
Y reTepo3uroT Ipu IepeKpecTe HOPMAIbHBIX U
MHBEPTUPOBAHHBIX XPOMOCOM

BO3HMKAIOT allCHTPUKU U JUICHTPUKH; B pPe3yJIbTaTe
BO3HMKAIOT HEMOJIHOLICHHBIE KJIETKH, U TIPOIYKTHI
KPOCCHMHIOBEPA HE MEPEXOIST B IMOCICAYIOIINE
MIOKOJICHHUS (IT03TOMY MHBEPCHHU 00pa3HO HA3BIBAIOT
«3anuparesIsiIMU KpOCCUHIOBEPAY ).

e Takum 00pa3om, HHBEPCHUHU CIIOCOOCTBYIOT COXPAHEHMIO
eJIBIX OJIOKOB I'€HOB — cynepeeros. Eciim nHBepcum
COYETAIOTCS C AYIUIMKALIUSIMM, TO MOT'YT
BO3HUKATh naiuHOpomsbl, Hanpumep: abccba.



* Tpancno3uyuu — 3TO IIEPEMEIICHUS YIaCTKOB
XPOMOCOMBI B JIPYTHUE JIOKYCHI (TOUKH) 3TOM K€
XpOMOCOMBI. CyIIIECTBYIOT YYACTKH XPOMOCOM,
CKJIOHHBIE€ K TPAHCITO3UIIUSM, UX Ha3bIBAKOT
«IPBIrAOIIUMHU T€HAMM», MOOUJIbHBIMH
TCHETHYCCKHMH DJICMECHTaMH,

UM mparcno3onamu. 11pn TpaHCHIO3UIUSX TCHBI,
M3MECHMBIIHNE CBOE MOJIOKECHUE, MOTYT U3MEHSTh
CBOIO aKTUBHOCTh — TAKOE SIBJICHUE

Ha3bIBACTCS 2(hhexmom nonodicenus. B
pe3yabTare P PeKTa NOoJT0KECHUS TCHEI U3MECHSTh
CBOM MEPBOHAYAJIbHbIC (PYHKIIAH, YTO IIPUBOJIUT, B
CYIIHOCTH, K MOSIBJICHUIO HOBBIX I'€HOB.



* Ipancirokayuu — 37O NMEPEMEMICHUS YUACTKOB
XPOMOCOMBI UJIU BCEU XPOMOCOMBI B IPYTYIO
XpOMOCOMY. B HEKOTOPBIX ClIyyasx
IIPOUCXOJIUT MOJIHOE CIIMSTHUE TOMOJIOTUYHBIX
XpOMOCOM




* [TocimeacTBUS XpOMOCOMHBIX a0eppanui y
PA3HBIX OPraHU3MOB PA3JIMYHBIL. Y
OTHOCHUTEJIBHO HU3KOOPIraHU30BAHHBIX
OpraHu3MoB (y pacTCHHUM, HACEKOMBIX,
I'PBI3YHOB) XPOMOCOMHBIE IEPECTPOUKH MOTYT
IPUBOJUTH K MOSBICHUIO HOBBIX IIPHU3HAKOB,
HO MOT'YT Y HE IPOSBIATHCSA (DEHOTUIHYECCKHU.
Y yenoBeKa XpOMOCOMHBIE IEPECTPOUKHU B
TE€TEPO3UTOTHOM COCTOSIHUU CHUXKAKOT
IIJIOJIOBUTOCTh, & B TOMO3UTOTHOM — JICTAJIbHBI.
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XPOMOCOMHDbIE BOJIESHU Y
YEJTIOBEKA

 Cungpom JlayHa

* Cunapom Ilaray

e CuHapoMm Dasap/ica

e CunapoMm Knanindensrepa

e Cungpowm lllepmieBckoro-TepHepa

e CuHOapOM 0 KDUKa




Cungpowm J[layHa

® CuHapoM Ha3BaH 10 UMEHHU aHITINMCKOro Bpayda JI.
Jlayna, onrcasuiero 3To 3a001eBaHue B_1866r.

® boJie3Hb CONPOBOXKIACTCS YMCTBEHHOM
OTCTAJIOCThIO, UBMEHEHUEM CTPOCHMS JIMIIA, a
Takxe y 40% uMeroT MECTO pa3IUuYHbIE TOPOKH

cepaua
® YacroTa 3a00JI€BaHUS COCTABJISICT IIPUMEPHO 1Ha
500-700 HOBOPOKICHHBIX.

® IlpuumHOI ABISIETCS TpUCOMMUS 110 21-i1
xpoMocoMe. Takke O0JIbIIee 3HAYCHUE UTPACT
BO3pPaCT KECHII[UHBI.



- "nnocxoe
nuyo";

- INMKANTYC;

AHOMANLHO®
PaACCTORAHME
MeXAY NePBLIM
W BTOPLIM
nanuLuaMu
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Cungpom lNaray

BriepBrie onvcanHbii B 1960r,

2JTa XpOMOCOMHAsI aHOMAJIMS BBI3bIBACT
pacuicIuicHue ryonl («3as4ubs ryda») u HéOa
(«BOJIUBS ITACTHY ), 4 TAKKE MOPOKH PA3BUTHS
TOJIOBHOTO MO3ra, MMAa3HbIX S0JIOK 1 BHYTPECHHHUX
OPTraHoB (OCOOEHHO CEP/LA, MOYEK U MOJOBBIX
OPTaHOB), YaCTO UMEET MECTO ITOJIMIAK TS
(MHOrOnaJIOCTh)

Yacrora 3a0oaesanug: 1:5000 -7000
HOBOPOXKICHHbBIX

[IpruunHON ABIIAETCS HEpACXOXKACHUE 13-1
XPOMOCOMBI.
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CuHapom daBapnaca

[l YacTora 3a0oneBanus: okoyo 1 Ha
7000-10000 >XkHBBIX HOBOPOKICHHBIX

[ IIpeacraBisier coboii TpucoMuio Ha 18-i
XpPOMOCOME

[ ITpu 3a0oseBaHUM HAOIIOAAOTCS HAPYILICHUS
IPAKTUYECKH BCEX CUCTEM OPTraHOB



®
*
X
<
Y
e
2
o
e
]
b¥4




N

CUHAPOM «KOLUAYbEero Kpukay

BriepBbie 0071€3Hb ObLIa onvcaHa B 1963r.

bone3np npeacTasisieT cO00H YaCTHYHYI0 MOHOCOMHIOQ
1o 5-i1 XxpoMocome (AeJIeHusl KOPOTKOro IjIeya)

Yacrora cugapoma: nmpumepHo 1:40000-50000

JI1s1 meTei XapaKTEpHBI: 00Ilee OTCTaBaHUEC B
pPa3BUTHM, HU3Kas Macca OpU POXKICHUN U MbIIIICYHAS
TUIOTOHUS, IYHOOOPA3HOE JIUIO C IIMPOKO
pPacCTaBICHHBIMH IJIa3aMH, XapaKTEPHbIHN I1a4
peOEHKa, HAITOMUHAIOIIMM KOIlIaube MSyKaHbE,
IPUINHON KOTOPOTO SIBJISIETCS N3MEHECHUE WU
HEJIOpa3BUTHE TOPTAaHU




Mukpouedanua




Cunapom KnanHdenbrepa

CuHApOoM BHEpPBBIE OBLI OncaH B 1942r.
Knaungenomepom

B cuHapoM 0ObEINHSIOT BCE BHUIBI IIOJJMCOMUM MO X-
XpOMOCOMaM IPU HATUYUU OJTHOM Y-XPOMOCOMBI, YaIle
BCETO UMEETCA TOJILKO OJIHA JTUIIHIA X-XpOMOCOMA.

Yacrora cuaapoma: B cpeagaem 1 u3 S00 My»K4MH UMeEeT
reHotun 47, XXY, 3HAUUTEIbHO PEKE BCTPEUAIOTCS
TCHOTHUIBI C OOIBIINM COACPKAHUEM X-XPOMOCOM 438,
XXXY; 49, XXXXY (06onee 100 cnyuaB) m XXXXXY

(€eAMHUYHBIC CITyYan)

BrIpaxaeTcs B HapyILIEHUU OPOSBICHUS IIEPBUYHBIX
ITOJIOBBIX IIPU3HAKOB, => HEAOPA3BUTUE BTOPUYHBIX
II0JIOBBIX MPU3HAKOB, HHOIA U YMCTBEHHA OTCTAJIOCTh.




Cungpom KnanHdenstepa, 47 / XXY

Wonksakin
agm;wga A AKBKBH

1 12
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CuHapom LllepLueBCKOro-
TepHepa.

BriepBbi€ 3Ty aHOMaJIMIO OIKUCAJl HAIll COOTe€YeCTBEHHUK H. A.
Ilepuesckuit 8 19251 Ilozauee (1938) e€ HezaBUCUMO
orucan /. Tepnep.

[IpynunHOM 3a001€BaHUS IBIISIETCS MOHOCOMHUS MOJIOBBIX
XpOMOCOM

bonbHbIe nMeroT reHoTUn 45, X0 U )KEHCKUM (PeHOTHI, T.K.
OTCYTCTBYET Y-XpOMOCOMA.

3a0o0JIeBaHUE NPOABIISCTCS Pa3HOOOPa3HBIMHU HAPYIICHUSIMHU
(PU3UYECKOr0, MHOTJa YMCTBEHHOIO Pa3BUTHS, a TAKXKE
T'UIIOTOHAIN3M, HEJIOPA3BUTHUE TTOJIOBBIX OPTaHOB,
BPOXKJICHHBIC TIOPOKH Pa3BUTHS, HU3ZKUU POCT

Yacrtora 3a0onesanusa: 1\2500
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'ucyHok 17. Bonbnraa 13 ner.
mHapoM lllepewresckoro-Tepxe-
)a. [lepenuHan aMeHopes, 0OTCyT-
TBUE BTOPUYHLIX IOJI0BLIX NPU-
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I eHoMHBIE MyTalIUH

B pe3ynbprare MyTaluu B AAPE 3UTOThl U3MEHSIETCS
BUJIOBOE YHCJIO XPOMOCOM.

* | eHOMHBIE MyTaI[MM MOT'YT KacaTbCs BCEX XPOMOCOM
(DOIUIION NS )

* WJIH OTACIBHBIX XPOMOCOM (aHeyItonaus). B
MOCJIEHEM CIIydae MOKET 100aBIATHCS OTACIbHAS
XpoMocoMa (TPUCOMHUS) HJIM BMECTO ITaphl OyJeT
IIpEICTABIIEHA OIHA XPOMOCOMA (MOHOTaMHUsl)



Aemononunniouodus IpeACTABIISIET COOOM
MHOI'OKPATHOE ITOBTOPEHUE OJHOTO U TOTO Ke
Ir€HOMAa, UJIM OCHOBHOI'O YMCJIa XPOMOCOM



* DTOT THII NOJMUILIOUINN XapAKTEPEH IS
HU3IIMX 3YKAPHUOT U MMOKPBITOCEMEHHBIX
PACTEHUM. Y MHOTOKJIETOYHBIX
’KMBOTHBIX aBTOIOJMILIONINS BCTPEYACTCS
KpauHE PEOKO: Y JOKIAECBBIX UEPBEU,
HEKOTOPBIX HACEKOMBIX, HEKOTOPBIX PBIO U
3€MHOBO/IHBIX. ABTOIIOJIMILJIOU bl Y YETIOBEKA
M JIPYTUX BBICIIMX MO3BOHOYHBIX IOrMOAOT Ha
pPaHHUX CTAIUSIX BHYTPUYTPOOHOTO pa3BUTHSI.



* ABTONOJIMILIOUAXS YaCTO COIPOBOXKIACTCS
YBEINUYCHUEM Pa3MEPOB KJIETOK, MBLJIbIEBBIX 3¢PCH
1 OOIIMX pa3MEPOB OPraHU3MOB, MOBBIIICHHBIM
COJICp:KaHUEM CaxapoB U BUTAMUHOB.

Hanpumep, TpumongHas ocuHa (3x = 57)
JTOCTUTAET THTAHTCKUX Pa3MEPOB, T0JITOBEYHA, €€
IPEBECUHA YCTOMYHNBA K THUEHUIO. Cpenn
KYJIBTYPHBIX PACTCHUM IIHUPOKO PACIPOCTPAHECHDI
KaK TpUILIOUABI (Psid COPTOB 3€MJISTHUKH, SOJIOHH,
apOy30B, OAHAHOB, Yasl, CaXapHOM CBEKJIbI), TaK

Y TETPAILIONIBI (Ps1 COPTOB PKH, KIIEBEPA,
BUHOIpazaa). B mpupoaHbix

YCIIOBHSIX aBTOIIOJMILIONIHBIE PACTCHUS OOBIYHO
BCTPEUAIOTCS B SKCTPEMAIbHBIX YCIOBUAX (B
BBICOKHX IIIMPOTaX, B BLICOKOIOPHSIX); OOJIee TOro,
3J1ECh OHU MOT'YT BBITECHSITh HOPMAJIbHBIC
OUIIOUIHBIC (POPMEL.



 OMHAKO aBTOIMOJHUIIIIONIEI

XapaKTEPU3YIOTCI CHUKEHHOU IIIIOJOBUTOCTHIO
MJIU IOJIHBIM O€CILIOANEM, UTO CBSI3aHO C
HapyueHuaMu Meno3sa. lloaromy MHOTHE U3
HHUX CIIOCOOHBI TOJBKO K Pa3MHOKCHHUIO
BEIr€TATUBHBIM ITyTEM.



* Aneyniouous (reTepoIOIUILIONINS) — ITO
M3MCHCHHUE YHCJIa XpOMOCOM B KJIETKAX,
HEKpPaTHOE OCHOBHOMY XpPOMOCOMHOMY YHCIY.
Pa3n4aroT HECKOIBKO TUIIOB aHCYILIOWIUH.
[Ipu mMorocomuu yTpadmBaeTCs OqHA U3
XpPOMOCOM JUINIOMIHOrO Habopa (2n — 1).
[Ipu norucomuu K KapuoTHUITy JOOABIISIETCS
OJHa WJIM HECKOJILKO XpOMOCOM. Y YEJIOBEKA
AHCYIJIOUIMS IIPUBOAUT K PA3BUTHUIO TSIKEIBIX
HACJIEACTBEHHBIX 3a00JIEBAHUM.



* DTH MyTallMX PEAKO OKa3bIBAKOTCS KU3HECIIOCOOHBIMH,
qale OHY OPUBOJIAT JIETAIbHOMY HCXOY €IIE B
Iporecce SMOpHOreHe3a (CHOHTaHHbIE A00PTHI), TU00 K
POXKICHUIO peOCHKA C HAPYIICHUSIMH YMCTBEHHOTO U
(bU3UYECKOr0O pa3BUTHUS (BPOKICHHBIMU IMTOPOKAMMU
pa3BUTHs). TaKOBBI CHHJPOMBI AaHEYIUIOUINY B BUIE
MOHO- M TPMCOMHM MO ayTOCOMHBIM H IIOJIOBBIM
XPOMOCOMAaM.

B wacTtHOCTH, U3BECTHBIN CUHAPOM JlayHa
00yCJIOBJICH TpUcOMHUEHN 1o 2 1-1 mape xpomocoMm. CHHAPOM
JlayHa CBsI3aH ¢ HAPYIICHUEM Psa MPHU3HAKOB - HCKAKCHHBIC
(H3nYeCKUe CIOCOOHOCTH, YMCTBEHHAS OTCTAIOCTh,
BBIPXKEHHAS OT JIETKOW ACOMJIBHOCTH JI0 TSXKEIBIX
dopM uarotun. YacTtoTa JaHHOIO 3a00JI€BaHUS B IIOKOJICHUH |
Ha 500-700 HOBOPOXKACHHBIX.



HAC/TEAQCTBEHHbIE

BOJIESHW HEJTIOBEKA



Coaep>kaHue

Knaccndukaums HacneactBeHHbIX
bonesHen yenoseka



HacneacrtBeHHble 60n1€3HM

OnpepeneHue

HacnepncrtBeHHble 601e3HK — 3aboneBaHns YesioBeka,
obycnoB/ieHHble NoBpexaeHuneM (MyTauusaMmn)
HaCneaACTBEHHOro annapara (reHoMa) KIeTKMu.




Knaccmdpukaums

HACJTEAQCTBEHHbDIE
BOJIE3HW

/\

[[EHHDbIE XPOMOCOMHbIE

[NOJINTEHHbIE

MUTOXOHA-
PUAJIBHbIE




[[eHHble 6one3Hu

[eHHble 60one3Hu - 3TO rpynna 3aboneBaHnn,
0byCNoBMEHHbIX MyTaLMAMKN Ha

rEHHOM YPOBHE.

O6Lasn YacTtoTa reHHbIX 60ne3Hen B NONynsaUmsx
nogen — 2 - 4%.

B HacTosllee BpeMs onncaHo 6oree 5 Thicsay
TaKuUX Hac/lneacTBeHHbIX 6o1e3Hen.



MOHOIreHHble 60/1e3HU

Bbi3BaHbl MyTaUUaAMMN UK
OTCYTCTBUEM OTAEJIbHbIX T'EHOB.

HacneayroTca B MNOJIHOM COOTBETCTBUM
C 3aKOHaMu [. MeHpgens.

Tmvn HacneaoBaHUS
- QYyTOCOMHOE WU CLIENSIEHHOE C  X-XPOMOCOMOM,
NOMWHAHTHOE UN PELIECCUBHOE.

Yacrora Bctpeyaemoctu 1:10 000 -15 000.



HacneacrtBeHHble 60ne3HM

CuHapoM MapdaHa

HacneacrseHHasa 601e3Hb CoOeanHUTENbHOM
TKaHW,

BbI3BaHHAs MyTaUMEN MEHA, KOOUPYIOILIETO
CTPYKTYpY O€jiKa (hpMOpHILINHA.
Hacneayetcsa no ayToCOMHO-4OMUHAHTHOMY

A

nnnnnnnnnnnnnnn

| "'apabe”aKTmnMﬂ KnneesnaHas rpyab



DXHaToH, MaraHuHu

N3BecTHble ntoan ¢ cuHapoMoM MapdaHa

OXHATOH H. [laraHnHu

HacnencrtBeHHble 601e3HK



MyKoBUCLMAO3

3abonesaHue, Npu KOTOPOM MOPaAXKatoTCH
3K30KPUHHbIE Xese3bl.

[lpnymnHa - MyTauusa (aeneums Tpex
HYKNeoTnao0B), Np1BOAsLLAs K OTCYTCTBUIO

deHnnanaHuHa.
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MyKOBMCUMA03

HacnencrBeHHble 601e3HK



[eMmounnns

HacneacreeHHoe reHeTu4deckoe 3aboneBaHune
KPOBU, Bbl3BaHHOE BPOXXAEHHbLIM OTCYTCTBUEM
dakTopos ceepTbiBaHUA VIII (Tvn A), IX (Tvn

B).

HacnepoBaHue, cuenneHHoe ¢ X-XpOMOCOMOW.,

HacnencrtBeHHble 60n1e3HU



17 anpens - [leHb reMounnm

KakoBbl METOAbI Ne4YeHnss reModnmn?
MOXeT fin XXUTb MOMHOLEHHOMU XWU3HbIO
6onbHON reMopununen?

C KaKoW Lienbto NpoBOANTCS
MeXayHapoaHbin [leHb reMobunmn?

A 77 .
NN OmMbnema BecemupHoit

y/’ II‘} Denepauns emopunun



[TonureHHble 60ne3Hu

O6ycnoBneHbl B3aMMOAENCTBMEM OMNpeaeneHHbIX
KOMBMHaUMM annenen pa3HblX JIOKYCOB U
BHELUHNX (DaKTOpPOB.

He HacneayloTca no 3akoHaMm [. MeHaens
(MynbTU®aKTOpUasbHble, MHOrOMaKTOPHbLIE).

[lonnreHHoO HacneaylTCa:

HeKOoTOopble 3/10Ka4YecTBeHHble HOBOObpa3oBaHUS,
npeapacnonoxeHHocTb K UbC, caxapHoMy
nmnabeTty, apTepuanbHON rMNEPTEH3UN,
aJIKOrosin3My, aTepocKnepoasy.



MuToxoHapuanbHble 601e3HU

3aTparuBarOT T'€Hbl MUTOXOHIPUHM.
M3BecTtHO 0KOIO 30 0O0JIe3HEN.

CunapoM JleOepa (1988) - nposiBII€TCA OBICTPBIM
pa3BUTHEM aTPO(PHUU 3PUTEIbHBIX HEPBOB, KOTOpas
BEJIET K CIICTIOTE.

CunapoM IIupcona (1989) - B110CTh, HAPYyIIEHUS CO
CTOPOHBI KPOBHU, MOJIKETYIOYHOU KEIIC3BI.



HacnepoBaHue MT [AHK

Mopsaaok HacnepoBaHusa

MTAHK
My>XUnHbLI HOCAT B cebe

e ﬁg' fn' M

KPacHbIM = HOCUTESb

HO TONMBLKO XEeHLWMHBI
nepenaioT ee CBOUM

[ETAM

HacnencrtBeHHble 60n1e3Hm



XpOMOCOMHble 60/1e3HU

pynna 6one3Hen, B OCHOBE pPa3BUTUS
KOTOPbIX NexaT HapyLLeHUS Yucna nnu
CTPYKTYPbI XpOMOCOM, BO3HUKAOLWME B
raMeTax poauTenen Unn Ha paHHUX
CTaausix ApobrieHns 3uroThl
(on10A0TBOPEHHOU SANULIEKNIETKN).

o




[Mpr4ynHbI BonesHen

CBA3adHHbIE C
HapyLwEHNEM
NJ1IONAHOCTH

XPOMOCOMHBIE Bbl3BaHHbIE HapyLweHUEM
BOJIESHWU YNC/la XPOMOCOM

CBA3aHHbIE C
N3MEHEHNEM
CTPYKTYpPbl XPOMOCOM.

HacnencrtBeHHble 60n1e3Hm



HapyLwieHue nNIonaHOCTU

[ @HOMHble MyTauun -
N3MEHEHUA KOon4ecTBa
OMOCOM B reHoMme

Monunnonamm —
AHeynnionanu M3MEHEHME
— U3MEHEeHMEe Yncna KOJIMYEeCTBa

XpPOMOCOM, XPOMOCOM, KpaTHOe

He KpaTHoe raniongHoMy Habopy
ransiongHoMy Habopy (3n ,4n)




OopMbl aHeYynIonann

MOHOCOMMUSA — HaM4yne B reHoTune BcCero
OQHOW 13 Napbl FOMOIOrNYHbIX XpOMOCOM

MoHOCOMUS MO NOI0BON XpOMOCOME
cnHapom LllepelweBckoro —TepHepa
(reHoTmn X0, N0 — XXEHCKMN).
[TonynaunoHHada 4acToTa
1:3000 HOBOpOXAEHHbIX.

PebeHoK C cMHAPOMOM
LLIepelueBckoro-TepHepa

HacnencrtBeHHble 60n1e3HU



dopMbl aHeynnonaum

TpucoMms - Hannume B KNETKE OAHOM
NOMNOSTHNTENbHOW XPOMOCOMbI BMECTO
06bI4YHOro (AUMIONAHOr0) XpOMOCOMHOIO
Habopa.

N3BECTHbIE TPUCOMUN AYTOCOM :
no 13-n xpoMocome - cuHapom laTay
no 18-n xpoMocome - cMHAPOM DABapACa;
no 21-n xpomMocoMme - cnHapom [layHa.



CuHAPOM DaBapAca
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KapuoTtun 4yenoBeka ¢ CMHAPOM TpucoMmm 18



Mup paBHbIX BO3MOXXHOCTEW
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CuHapoM [layHa — He Tpareaus, ecnn 1ebs nobsaT!
21 MapTa — MexxayHapoaHbIN AeHb YenoBeKa C
CMHAPOMOM [layHa



TpucomMmm NO NOJSIOBbIM XPOMOCOMaM

CnHapoMm KnanHdenbTepa - TpMCOMUSA MO

X XxpomocoMe (47, XXY, XXXV, XVV u t.1.).
BctpeyaeTtcs ¢ yactoton 1:500-1:750.

CHUHIPOMBI TPU — Y ITOJIMCOMHUH I10 X XPOMOCOME -
47, XXX (1: 1000 -2000 );

48 XXXX; 49, XXXXX (pemxo).

CHUHIPOM JMCOMHHM IO Y-XPOMOCOME
(47,XYY) (1:800).



3MEHEHNSA CTPYKTYPbl XpOMOCOM
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bonieaHn XPpOMOCOMHbLIX NepecTpoek

TpaHcnokauma 46 XX, t(4;13)(q25; q22) npuBoIHT K
3aJCPKKC IICUXOPCUCBOI'O PA3BUTHII,
MHOKCCTBCHHBIM ITOPOKAM PA3BUTHA,

CMHAPOM JlexeHa - 46,XX del(5g-);
cuHapoM Bonbda-XupwxopHa - del(4p-) ;

cnHapoM [Npapepa-Bunnun - 46 XX nnun Xy,
del(15p-);

cuHapom Opbenu - del(13g-).



Bonpochl

. Kakne 60ne3Hn Ha3bIBalOTCA HAacneaCTBEHHbIMU?

. KakoBa knaccndukaumsa HacneacTBeHHbIX 6one3Hen
yesioBeka?

. Ecnn y poantens obHapy>keHa HeobblyHasi XpOMOCOMHas
nepecTponka, Kak 3TO MOXET OTpPa3uTbCs Ha pebeHke?

. MOXXHO NK BbIIEYNTb XPOMOCOMHbIE 60/1E3HN?

. Kakne metoabl npodunnakTMkm XpoOMOCOMHbIX 60NE3HEN Bbl
MOXKeTe NMpeaoXuTb?

. PaccMoTpuTe Ha cnepytowem cnanae dotorpaduio
n3BectHoro nucartend .X. AHaepceHa. Kakyio
HacneacTBeHHyo 601e3Hb MOXKHO Y HEro npeanonoXuTb?
[loyeMy Bbl TaKk AymaeTte?



[ @HC XpuctmnaH AHaepceH

HacneacrtBeHHble 60ne3HU



HacnencrBeHHble 601€3HM

[lpnaBopHbie XVII Beka

Ce0bacThsH Ae dOpaHCUCKO Jlon Jluero ne Aceno C
Moppa, CMAALLMNA Ha JleckaHo KHWUIOM B pyKaX
nony



Hauaure Tpy OIMOKH B IPUBEAEHHOM TEKCTE. YKAKUTE
HOMeEpPA MPeAJIoKEeHNH, B KOTOPBIX CAeJaHbI OINHOKH,
HCIIPaBbTE MX.

1. MyTanuu — 3T0 ClIy4alHO BO3HUKIIINE CTOMKHE
M3MEHEHHUS T€HOTUINA Oprann3ma. 2. [ eHHbIe Win
TOYKOBBIE MYTAIlMU CBA3aHbI C U3MEHEHUEM
MOCJIE0BATEIILHOCTH HYKI€OTHU10B B MoJiekyie JJHK. 3.
XpPOMOCOMHBIEC MyTallul — HAaHOO0JIe€ 4acTo
BCTPEYAOIIUHCSA KIACC MYTAallMOHHBIX U3MEHEHUM. 4.
XPOMOCOMHBIMY HA3bIBAKOT MYTaIlUU, IIPUBOISIINE K
M3MEHEHUIO YKclia XpoMOoCcoM. J. [1osgBieHrne reHOMHBIX
MYTallMHU BCErAa CBA3aHO C BOSHUKHOBECHUEM JIBYX WJIU
0oJiee pa3pbIBOB XPOMOCOM C IMOCIICAYIOIIUM KX
COCMHECHHUEM, HO B HEMPABUIIbHOM IOPAIKE. O.
HauOosee pactpocTpaHEHHBIM TUIIOM T€HOMHBIX
MYTAallUU ABJIAETCS MOJIUIUIONAUSA — KPATHOE U3MEHEHUE
YUCJIa XPOMOCOM.



* |. MyTanusiMmu Ha3bIBarOTCS HACJICICTBCHHBIE U3MEHE
HUA B Mosiekyiiax PHK.

e 2. ECTb MHOIO pa3HbIX BUJI0B MyTalliil — TEHHBIE, XPO
MOCOMHbBI€, KOMOMHATUBHEIE, TCHOMHBIC. 3. MyTaius,
BO3HHUKIIIASA B OJJHOU U3 COMAaTHYCCKUX KJICTOK, MOXKET
M3MEHUTD HACJIEICTBEHHbBIE IIPU3HAKHA CaMOU 3TOU
KJICTKHU M T€X 4acTeW opraHu3Ma, KOTOpbie 00pa3yroTcs
M3 €€ MOTOMKOB. 4. MyTanuu, IpOUCXOISAIINE B II0JIO
BBIX KJICTKAaX, U3MEHSIOT TOJIBKO T€HOMBI IOTOMKOB. J.
BhI3bIBalOTCA MyTalii MyTareHaMu — HallpuMep, pa
JIMOAKTUBHBIM U3JTYYCHUEM, XUMUYECKUMHU BEIIECTBA
MH. 6. HeOonpI1oe 4uciao MyTalui OKa3bIBa€TCs 110
JI€3HBIM JJ1s1 OPraHU3MOB.



1. Bce opranu3mel 00J1a1ar0T HACIEACTBEHHOCTBIO U
M3MECHUYHNBOCTBIO.

2. MyTanuuu — 3TO CIIy4aiHO BO3HUKIIINE CTOMKHUE U3
MEHEHUS TeHOTHUIIA, 3aTPAruBaIOIIMNE 1IEJIBIE XPOMOCO
MbI, X YaCTH WJIN OTAEJIbHbBIC T'€HBI.

3. I3MeHeHus, CBSI3aHHBIC C YABOCHUEM KaKOr0-JIM0O
HYKJICOTH/]IAa B T€HE, OTHOCAT K TCHOMHBIM MYTAIIHSIM.

4. BHYTpUXpPOMOCOMHBIE IEPECTPOUKH MOTYT OBITh
CBSA3aHbI C YIBOCHUEM I'€HA.

5. Ecau B KJI€TKE MPOUCXOAUT U3MEHEHUE YUCIIA XPO
MOCOM, TO TaKHE€ MyTallM¥ Ha3bIBaIOT T€HHBIMHU.

6. MyTanuu Bceraa moJie3Hbl OpraHu3MYy.



* PaccMoTpuTe prUCYyHOK € IipuMEpaMu XpOMO
COMHBIX MyTauui. Ilog nudpon 3 Ha HEM 000
3HAY€Ha XpPOMOCOMHAas MEPECTPOMKA ... (3aIH
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MyTarensl

Ouznueckue

PazHble BHE H3TYYEHHA,
TeMIepaTypa

bronornyeckue

XuMH4eckue

XUMHYECKHE BEIIeCTBa




* MyTanuu BeAyT K U3MEHEHUIO

o

* 1) mepBUYHOM CTPYKTYPHI OCIIKA

* 2) 5TanoOB OIIOJIOTBOPECHUSA

* 3) reHO(OHA TONYJISLAU

* 4) HOpMBI pEaKIMK IIPU3HAKA

* 5) mocienoBaTeabHOCTH (pa3 MUTO3a
* 6) MOJIOBOIO COCTAaBa MOMYJISLAU



YCTaHOBHUTE COOTBETCTBUE MEXKY XaPAKTEPUCTUKON MYTalUU U €€
BUJIOM.

XAPAKTEPUCTUKA

BUJI MYTALIUU

A) U3MEHEHHE MOCIEA0BaTEIbHOCTH HYKJICOTHI0B B MOJICKYJIE
JIHK

b) usMeHeHue CTpoeHMUsI XpOMOCOM

B) u3MeHeHue yrcia XpoMOCOM B sSIApe

') momuruionius

J1) I3MEHEHHE MOCIIEI0BATEIILHOCTH PACTIOI0KECHUS TCHOB

1) renHas
2) XpOMOCOMHas
3) reHoMHas



