TEMA 3.
HACINEOACTBEHHOCTDb
N CPEOA

« Knaccngukauma gpopm namMeH4YnBOCTH.
 HeHacnegcTBeHHaa USAMEHYNUBOCTb

* Mogndukaumn. Hopma peakuumn

* MyTauumn, myTareHsoi



H3menuueocmsb — 5T0 CBONMCTBO KUBBIX OPTaHU3MOB
IpUOOpETaTh HOBBIC IIPU3HAKH, OTIMYAIOIIUX UX OT
POAUTEIBCKUN (POPM.

Tunbl N3MEHYNBOCTU

Hacnedembernos Heracnedembeuran
(feHOTMNMYeckas, ((beHoTUNMYECKas,
HeonpeaeneHHas, onpeneneHHas,
VHOVBUAYanbHas) rpynnosas)
-Komduramubuas -Modupukayuontas

- Mymayuonnas

fppt.com



deHOTUNNYECKAA
N3MEeHYUBOCTb

39mo usmeHeHuUe opaaHuU3Moas oo deticmeuem
gakmopos cpedbl U 3mu U3MEHEHUS He HacrieOyromcs.

JTa NSMEHYMBOCTb He 3aTparmBaeT reHbl opraHn3ma,
HacnegcTBeHHbLIN MaTepmarn He NU3MEHSETCA.
MoagudukaunoHHaa U3MEHUYMBOCTb NMPU3HaKa MOXeET
ObITb O4EHb BENMKA, HO OHa BCeraa KOHTPONMpyeTCs
reHOTUNOM OpraHmn3ma.

MoagudukaunoHHaa U3MeH4YMBOCTbL HanpaBrieHa.

fppt.com



o 3agn-0endK JI€TOM U 3UMOMH.

e TopHOCTaeBbIN KPOJUK IIPU
MTOBBILIIEHHOW TEMIIEPATYPE
OCTaeTCs OEJIbIM.

I'esorun He n3mengerca!!!

NOBbILLEHHas
Temneparypa

fppt.com



HopmMma peakiiuu ObIBacT:
Hlupoxkasa. 11lvipoxyro HOpMY
pEaKINU UMEIOT
KOJIMYECTBEHHBIE MTPU3HAKU
(pocT, Bec, pa3Mep CTOIbI,
KHCTH, KOJIMYECTBO
SPUTPOIUTOB U T.]I.)

Y3Kkaa. Y3Kyr0 HOpMY peakuuu
MMEIOT KaU€CTBEHHbBIE TPU3HAKU
(IBeT m1a3, rpymIbl KPOBU U T.11.)

fppt.com



Buobl heHomurnu4yeckou

uamMmeH4ueocmu

Modupukayuu

aTo
HeHacrie4CTBEHHbIe
N3MeHeHns
doeHoTUNA, KOTOpPbIE
BO3HMKAIOT Nog
aevcTenem pakropa
cpenbl, HOCAT
aganTUBHbIN
XapakTtep 1 vauwle
BCEro obpatnmbl

M 0220&%/

370
HeHacneacTBeHHbIe
N3MEHEHUS
doeHoTUNa, KOTopble
BO3HUKAOT NoA,
NEUCTBUEM
9KCTpEMarbHbIX
doakTopoB cpeabl, HE
HOCAT aganTUBHbLIN
XapakTtep u
HeobpaTUMBbI

@84‘!(7/(0/7“%

3TOo
HeHacneacTBeHHoe
N3MeHeHne
doeHoTUNa, KOTOopOoE
HanoMuWHaeT
HacneacTBEHHbIE
3aboneBaHud
(yBenunyeHmne
LLIUTOBUOHOMN XKenes3bl
Ha TeppuTopun, rae B
BOAE UM 3eMne He
XBaTaeT noga)

(Hanpumep:
G ey fppt.com



OCHOBHbIe XapaKTepPUCTUKN

1. W3meHeHMa He HacneQyrTCA U HOCAT PEHOTUNNYECKUI
Xapakrep.

2. 3meHeHuna npucrnocobutenbHbl U MPOABASAOTCS Y
MHOIMX ocoben B nonynauum, T. €. HOCAT MacCOBbIN
Xapakrep.

3. 3mMeHeHnss HocAT nocTeneHHbin Xxapaktep. OHu
ageKkBaTHblI U3BMEHEHUIO YCIOBUU cpebl.

4. W3MeHeHMa CrocobCTBYIOT BbIKMBaAHUIO 0OCODeNn,
NOBbILLAKT XXNU3HECTOMKOCTbL U NPOBOASAT K 0DpasoBaHuto
MoaudonKkaumu.

fppt.com



feHOMunuyeckasi

UsMeH4Yu8ocCcmb

HBM@H‘II/IBOCTB, KOTOpasid CBsiA3aHa C USMCHCHHUCM

T€HOTHUIA 0COOH )
ﬂea 68UO0A 2CHOMUNUYUECKOU USMEHYUBOCMIU:

® KomOmuarusHas

® MyTanuonHas

Komounamugnaa uzmenuugocnp — 370 U3MECHEHUE TEHOTHUIIA,
KOTOPO€ CBSA3aHO C MEPEKOMOMHALIMEM TE€HOB POIUTEIICH.
KoMOnHaTuBHAsT HW3MEHUYMBOCTb M3MEHSET HOPMY PpPEaKIUH

OpraHu3Ma U TEM CaMbIM 00€CIICUYUBAET BbIXKMBAHUE WJIU THOCIIb
OpTraHHU3Ma.

fppt.com
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Mexanuzmvt KOMOUHAMUGHO

* Kpoccuurosep.

 HezaBucuMoe pacxokacHue HW KOMOMHAIMM B
raMmeTax HErOMOJIOTHYHBIX XPOMOCOM.

* (CiyyaiiHasg BCTpe4a raMeT IpH OILUIOJOTBOPECHHUM.

B npupone KoMOMHATHBHAsT W3MEHYMBOCTH OYEHb PEIKO MPUBOAUT K
00pa30BaHUIO HOBBIX BUJIOB. UETOBEK MCHOJB3YET €€ JJIsl MOJYyUYCHUSI HOBBIX
COPTOB PACTEHHH, MOPOJ >KUBOTHBIX. E€ 3aKOHOMEPHOCTH HCIOIB3YIOTCA B

MEJIMKO-TEHETUUECKUX KOHCYNbTAIMAX [IJI1 pacy€Ta pUCKa POXKICHUS
00JIBHOTO pEOEHKA.

fppt.com



OCHOBHbI€ NOSI0XKEeHUA MyTaLuMOHHON TEOPUM paspaboTaHsbl
[. e ®pnsom B 1901—1903 IT. 1 CBOAATCA K CrieayoLemy:

1. MyTauum BO3HMKAKOT BHE3arnHo, CKaykoobpasHO, KakK OUCKPETHLIE
N3MEHEHUNSA NMPU3HaKOoB.

2. B oTnnymne ot HeHacneacTBEHHbIX U3BMEHEeHUN MyTaunn NpeacTaBnsoT
cobomn Ka4yeCcTBEHHbIE N3MEHEHUS, KOTOPbIE NepeaarnTCsl N3 NOKONEHNSA B
NOKONEHwue.

3. MyTauum nposaBnsaTCS No-pasHOMY U MOTYT ObITb Kak NoNe3HbIMU, Tak
N BpeaHbIMU, Kak JOMUHAHTHbIMW, TaK U PeLLeCCUBHbLIMMU.

4. BepoATHOCTb OOHapyXeHuss MyTauum 3aBUCUT OT  4ucna
nccnegoBaHHbIX 0coben.

5. CxogHble myTaumm MoryT BO3HUKaTbL NMOBTOPHO.

6. MyTtauun HeHanpaBfieHHbl (CMOHTaHHbLI), T. €. MYTUPOBaTb MOXET
NO60ON y4aCTOK XPOMOCOMBI, Bbi3blBasi UIBMEHEHUST KaK HE3HAUYNTENLHbIX,
TaK M XXN3HEHHO BaXXHbIX MPU3HAKOB.

fppt.com



Mymazennwie ghaxkmopuot

(bakTOpPBI BHEIIHEN CPEJIbI, KOTOPHIE

BbI3bIBAIOT BOSHHNKHOBCHHUC MY Tdll

Xumuueckue
1) CUJI1bHbIE OKUCJINTEITN U

BOCCTAHOBUTENW (HUTpPAThI,

HUTPUTLI);

2) nectMuuabl;

3) NpoAYKTbl NepepaboTku
HedpTK;

4) opraHun4eckue
pacTBOpUTENY;

5) nekapCTBEHHbIE
npenapartbl (LMTOCTaTUKW,
NUMMYHO-4EenpeccaHThl,
ae3nHguuupyroLwme u
Apyrue);

6) HEKOTopble NULLEBbIE
nobasku 1 gpyrue

VIARAIAULIQOUVIAOD O~CNONAQNI12ALQl114100

BuObl MymazeHHbIX ghakmopos

Q>a&zubteu<ae

1) NOHM3NpyLme
nanydeHus ( a-, B -, y-
N3ny4vyeHus,
PEHTreHOBCKOoe
N3ny4YeHne, HEUTPOHbI);
2) paanoakTUBHbIE
afIeMeHTbI (pagaun,
pafoH, N30TOMNbI Kanus,
yrnepogavn T.4a);

3) yneTpadunosrieTtosoe
N3ny4vyeHue;

4) Yype3MepHO BbiCcOKad
NN HU3Kas
Temneparypa.

Duonoraveckue

1) HEKOTOpbIE
BUPYChbI (KOpU,
rpunna, KpacHyxwu);
2) NnpoayKTbl obMeHa
BELLECTB;

3) HeKoTopble
MUKPOOBbI U
napasuTbl

fppt.com



ﬂOJIéZHbIe

[TpnBOOAT K
NOBbILLEHHOW
YCTONYMNBOCTHU
opraHu3ma
(yCTOMYMBOCTb
TapakaHoB K

A0OXUMUKATaM).

Buovt mymauuu
110 MOJE€3HOCTH

Bpedrnie

CHwmxarT
YKM3HECNOCOOHOCTb
opraHu3ma
(rmyxoTa,
OanbTOHU3M.)

Hedmpoanstwie

MyTaumn HUKak He
oTpaXkarTcs Ha
YKM3HECNOoCObHOCTH
opraHuama

(uBeT rmag, rpynna
KpPOBMW)

fppt.com



Buowvt mymayuu
110 JIOKAJIM3aI1

Comamuyeckue

Bo3HuKaloT B
coMaTUYECKMX KIeTKax u
3aTparmBatoT NnLUb YacTb
Tena.

OHu OyayT HacrnepoBaTbCA
cneayowmM NOKONEHUSM
Npu BEreTaTMBHOM
Pa3MHOXEHUM.

[enepamubivie

OTn myTaumm NponcxogsT B
NMONOBbLIX KMNeTKax,
nepegaroTcs No HacneacTay.

reHepaTI/IBHbIe MyTaunn OendaTCAd Ha:

2aegH/o/e Buesdeptvie (mumoxoudpuanstie)

fppt.com



Buobl Mmymauuu

No Xxapaktepy U3aMeHeHU B
reHoTtune

[ettinie

Xpomocomtoie

N3MeHeHue

CTPYKTYPHI T€Ha [enomusre

N3MmeHeHne

CTPYKTYPbI XpOMOCOM
N3MeHeHne uucia

XpOMOCOM.

fppt.com



[ eHHble MyTauuu

ATIA HCXOOHaA
| | | | NOCHELOBATEJIBEHOCTE
TA L[T HyxneoTanoe B JHK

Rynnukaums WHcepuuns M MHsepcus - —
yABOEHUE Napbl BCTaBKa napsbl | nepesopoTHa —
AN HECKONBKUX (MU HECKONBKUX BbITAREHNAC 180°- Pb
na nap) HYKNeoTnaa v HYKNCOTHAO0B
P P NepecTaHoBKa O
HYKNeOTUAOSB dparmeHTa Pyry
l l rerHos
[
ATI'ATA AT'TICA AT A AI'TA AlIl'A

LIEELE LA fl] | | | ||| ] | 1L
TALITUT TLALT TIIT TLIAT g selit e g



I ennvie mymayuu CBsI3aHbBI C USMEHEHHUEM
CTPYKTYpHBI I'€HA.

bones3Hun, 0bycnoBreHHbIE NOAOOHBIMN MyTaLUAMMU,
Ha3bIBAKOT 2eHHbIMU USTU MOHO2EHHbIMU

borne3HsMU, T.e. 3aboneBaHUAMUN, Pa3BUTNE KOTOPbIX
OeTepMUHUPYETCA MyTauMen ogHOro reHa.

K MOHOreHHbIM 3aboneBaHUsaM OTHOCSATCS:
MYKOBMCLNO03, PEHUNKETOHYPUA, reMmodpunms,

HenpounbpomaTos, mmonaTtusa [oweHHabekkepa n
MHOrue apyrmue 3aboreBaHus

fppt.com
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HepeuunpokHas TpaHcnokauus

X 21
XK

A TV
14 21 14 21

TpaHncnokauus PobepTcoHa

XPOMOCOMHBIX MyTaIlAW, ITPH
KOTOPBIX IMTPOUCXOIUT TIEPEHOC
y4acTKa XpOMOCOMBI Ha
HETOMOJIOTUYHYIO XPOMOCOMY.

OTtaensHO

BBIJICIISIIOT PeUUNPOKHbIE
TPaHCIIOKAIIUH, IPH KOTOPHIX
IPOUCXOAUT B3aUMHBIN OOMEH
y49acTKaMU MEXIY XpOMOCOMaMH,

Pooepmconoeckue TpaHciokauuu,
WJIA LICHTPUYECKUE CIUSTHUSA, TPU
KOTOPBIX IPOUCXOAUT CIIUSIHUE
AKPOLICHTPUYECKUX XPOMOCOM C
MOJIHOW WJIK YACTUYHOU yTpaTon
Marepuana KOpOTKUX IUIEY.

fppt.com



TpaHCNOKauMK Y YeNoBeKa: CeMenHbIN
cuHapom [layHa

* cemelHbld cMHAPOM [ayHa CBA3AH C Tem, YTO OAUH U3
poauTener HeceT TpaHcaoKauuio 14/21 D/G.

* Y HOCUTENEen TakoW TpaHCAOKaUMn Xxpomocoma 21
rpynnel G TpaHCAOUWMPOBaHHA Ha xpomocomy 14 rpynnbl
Dl

IS Tif=E s 10
T Tih=8 8 1 &

L, AN ENE TNy

* Takaa TpaHCAOKauuMa He npoaBaseTca B beHoTune
HOCUTENEHW, HO B PE3yAbTaTe Meno3a y HUX QOpMUpYeTCA am =2
1/4 rameT c ABYMA Xpomocomamu 21: ofHOW o

HOPMaAbHOW U O4HOW TPAHCAOLMPOBAHHON HA uuw HH
Xpomocomy 14,

MNocae oNACAOTBOPEHUA TAKUX rameT 3UroTa HeCceT TpHU
Xpomocombl 21, 4To obycaaBamMBaeT cuMHApoOm fayHa.

B KapuoTune npobaHAoB ¢ cemenHbic cuHapomom JayHa =
M GEHOTUNOM, TUMMYHbBIM MO TPUCOMUM NO XPOMOCOME
21, cogepxunTca 46 XpoMOCOM. "

| Wi eE

(L1 N IR E
i NN

I EEE 1)

INar e Iml
AL )

INTEEIN Wi
Bl NN ENE

 ECEEE TR

J
W s

EAE Wi
(8 I
FIRTE1

3150}

1
(18]
e

T
-

=
-
w
-3

=3

mis

i
Y IT BRI Bl

B i |
RS 111 B 8l T
S 111 % A1 8l



ﬁ q
D D D
E E E
F F
G G G
H H H

KoHueBas geneuus

A A

B B
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UHTepcTUuManbHas geneuus

Jlesenuu - XpOMOCOMHBIE
MEPECTPOUKH, IIPU KOTOPHIX
MIPOUCXOJUT MOTEPS
y4acTKa XpOMOCOMBIL.

Jlenenyst MOXET OBITh CJIEICTBUEM
pa3pbIBa XpOMOCOMBI UJIA PE3YJIBTATOM
HEPaBHOI'O KPOCCUHTOBEPA.

Humepcmuyuanvnwie - OTCYTCTBYET
BHYTPEHHUU Y4aCTOK, HE
3aTPAruBaOIIUN TEJIOMEDY;

Konuyeevie — OTCYTCTBYET TEJIOMEPHBIN
PaioOH U IIPUIIEKAIUN K HEMY YUYACTOK.

fppt.com



Heneuyns KOpoOTKOro nneva
XPOMOCOMbl 5 — CUHAPOM 5p-
kowwaubero kpuka, cri du chat '

=

GO0 - ) CriaTestamd 5 POk

a) Karyotype (G banding) b} Individual with Cri-du-chat syndrome
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[lynnukauus

Jdynimkanus pa3HOBUIHOCTb XPO
MOCOMHBIX MEPECTPOEK, IIPHU
KOTOPOH YYaCTOK XPOMOCOMBI
OKa3bIBACTCS YABOCHHBIM.

MokeT IPOU30UTHU B PEIYJILTATE
HEPABHOI'O KPOCCUHIOBEPA,
OIIMOKH IIPH TOMOJIOTHYHOM
PEKOMOMHAIINH,
PETPOTPAHCIIO3ULIUH.
Jlynimmkamuu MOryT
IIPOUCXOAUTH B Ipeeiiax OJHON
U TOM K€ XPOMOCOMBI UJIH
BO3HUKATh B PE3YJIbTATE
IIEPEHOCA KOIIMM y4acTKa
XPOMOCOMBI Ha IPYTYIO
XPOMOCOMY (TPaHCHO3HUIIUHN ).

fppt.com



[apaueHTpryeckasn
MHBEPCHA

[lepuUEeHTpHYECKAR
MHBEPCHA

Ilepuuyenmpuueckue (ieHTpOMEpPA

HAXOJIUTCSA BHYTPU MHBEPTUPOBAHHOTO

(hparMeHTa) HHBEPCHUM.

NuBepcuss — XpoMOCOMHAas
[EpPECTPOrKa, MIPU KOTOPOU
IIPOUCXOIUT TOBOPOT y4acTKa
XpoMOCOMBI Ha 180°.

NuBepcuu sABIAOTCA
cOalaHCUPOBAaHHBIMU
BHYTPUXPOMOCOMHBIMHA
[EPECTPOUKAMMU.

llapayenmpuueckue
(MHBEPTUPOBAHHBIN (hparMeHT
JIEKUT TI0 OAHY CTOPOHY OT
IIEHTPOMEPHI) U

fppt.com



-/[eteyun — noTepst ydacTka XpOMOCOMBL.

-Tpanchokayua — y4YaCTOK XPOMOCOMBI TIEPEHIEN HA  JPYIYIO
HETOMOJIOTUYHYIO XPOMOCOMY.

-Hneepcus — y4acTok XpoMOCOMBI OTOpBaJICs U pa3BepHyica Ha 180°C.

- ﬂynﬂukauuﬂ — IHOBTOPCHHUC OAHOI'O U TOI'O K€ Y4ACTKa XPOMOCOMBEI.

°/leneyus, mpancaokayus — 5T0 JIETAIBHBIE U MOJIyJETaJbHbIE MyTallUN.
*Hneepcusa — HeTpaabHasi MyTallys WIH MOBBIIIAIONIAS )KU3HECTIOCOOHOCTh OpraHu3Ma.

o/[ynaukayua — MyTalys, KOTopasi HapyiiaeT padoTy HEKOTOPBIX OPraHOB.

fppt.com



XPOMOCOM.

Buibl reHOMHBIX MyTaluu

JIlloaunioudusn — YyBEIWYCHUE UIUIOUIHOTO YHUCIIA XPOMOCOM, KOTOPOE KpPATHO
rarjouHOMY Habopy xpomocoM. [lonmumniaonausi BO3HHMKAET, KOIZIa XPOMOCOMBI HE
PacXomATC K IMOJIFOCAaM KJIETKU BO BpEMsSI MUTO3a Win Mmeno3a. [Ipu 3ToM paspeiBatoTcs
BCE HUTU BEPETEHA JICJICHUSA WU OHU BOOOIIE HE 00pazyrorcs. B KHUBOTHOM MuUpE
MOJIATIIOUINS — BPEIHAS] MY Tallus.

*Aneynioudusa — W3MEHEHUE KaApUOTHUIIA, IIPU KOTOPOM YHUCJIO XPOMOCOM B KJIETKax HE
KpaTHO TaIJIOuHOMY Ha0opy (n).

fppt.com



[Torwnnoudus Areynnoudus (; remeponnoudus )

k n — kpatHoe rannongHomy  2n+k, rge k HekpaTHoe n

Habopy yBennmyeHne unm N3MeHeHue Yncna
YMEHbLLIEHNE HYNCTIa XpOMOCOM
XPOMOCOM 2n + 1 - TpUCOMUSA
* k=1-rannovnaus 2n + 2 - TeTpacoMus
* k=2-HopMa 2n — 1- MOHOCOMMUS
* k=3 -Tpunnonaus 2n — 2 - HYNUCOMMUS

* K=4-TeTpannongnsd

fppt.com



[Tonunnongns

Y pacTteHun NnpuBoaAUT K YBENMYEHUIO Ppa3MepoB BCEX
yacteun Tena

Y XXMUBOTHbIX U YEeNOBEKaA NnpnBOoONT K rmbenun nnoda

fppt.com



2 OT MaTepu +
1 0T OTUA —
nnona
BbIMMAANT
HOpMarbHO,
HO NnaueHTa
HeoopasBuTa

YABOWICS

2 Habopa oT oTua +
1 OT maTtepu —
MarieHbKuUn nroa,
HO o4YeHb bonbLuas
nnaueHTa,
BO3MOXXEH
Ny3blPHbIN 3aHOC

[1y3bIpHbLIM 3aHOC

fppt.com



AHeynnongmm — UsMeHeHUe

KOJIMHECTBA OTAEJIbHbIX

« ABcontTHoE 6OSbLIMHCTBO 3MOPUOHOB C
aHeynnonaneun norndbaeTt Ha paHHUX CpoKax
bepeMeHHOCTI.

* UeM MeHbLUe reHOB B XpOMOCOME, TEM
BEPOATHEE, YTO Noa C aHeynnonaneu
OOXWUBET A0 poXaeHus.

« HapylieHunsa pa3sBuTtma Bcerga saatparmbatoT
MHOIe opraHbl U TKaHW

fppt.com



I'IpumepHoe KOJin4eCTBO reHoB B XpoOMOCOMaXxX 4HYerioBeKa

Chromosome Total number of gene loci
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Reproduced wich permission from NCBI GenBank™ OMIM Startistics
November 2004.
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