3aKOHOMepHOch usmMeH4Yueocmu

/IaMEeHUNBOCTb. Buabl N3SMEHUNBOCTW
MoanduKaluoHHas N3MEHUMNBOCTL
FeHoTNINYecKkasd NMaMeEHUYBOCT b

1, KoMbyHamwmBHad M3MeHUYBOGCTb

2. MYTaLI,VIOHHaS'-I NSMEHYMBOEIE

MiEnOABINBYVYEHNA EHEIVIK UENOBEKS
SAKOHOMBCIMUECKX PFACE HVEaB/GEa



HacnencreeHHas HeHacneacTeeHHas

4 7 v 7 , A
‘ KombuHaTtueHas MyTaunoHHas OHTOreHeTuyeckas MoguukaumoHHas




N3SMEHHY/IBOCTb

HEHACNEOCTBEHHAS
(DEHOTUMNHECKAS,
M MOAVDUKALINOHHAS)

Y aobpenns
Hoaus
._>

HACNEOCTBEHHAA (TEHOTUMMHECKASR)

e o
- ~
- .
~—

KOMBVHATVIBHAS MYTALVOHHAS

CEPITOBHIHO-KJETOYHAS
AHEMHA
(Hamerenuas GopMa apUYPOLATOR)

OTEIL
Bpuoner Baonannga
C KYPUARLIMIE BONOCAMM € IPAMBIMHE BOXOCAMMN

J04b
Bpuonerka
€ BOANMCTIIMM
nojaocCAMy

CHHJIPOM MAP®AHA



[[eHOTUNUYECKaa
U3MEHYUBOCTb

Buabl nameH4YnBoCTU

OHTOreHeTuyeckas
U3MEHYUBOCTh

HacneacreeHHas

O6ycnoeneHa
BO3HUKHOBEHMEM HOBbIX
FeHOTUMNOB

BoapacTHas

Otpaxaet peanusauuio
3aKOHOMEPHbIX M3MEHEHWUIA B
X04e UHAMBUAYanbLHOro
pasBUTUS

MoaudukaumoHHas
U3MEHYMBOCTb

HeHacneacTreHHas

OTpaxaeT U3MeHeHns
(beHoTMNOB NoA AENCTBUEM
YCNOBUW Cpefbl U He
3aTparMBaeT reHoTun




Mpumep moanucUKaLMOHHON NU3MEHYUBOCTU




IaMEHYMBOCTE Y CEHMOMTNN

Copr Ultra Vielet Nebula, BeIpallieHHbIV Bl pasHbBIX VCIoBMsSX. CleBa —
UBETOHOCHI 3aKJiaAbIBaINCE NPV HOHVKEHHOW TEMHEPATY.PE,
ChipaBa — TO € pPacreHne, WBETYLIEE B TEMIbIX VCIOBUSIX.




3adau-6enak neTom u 3MmMon.
N3meH4YnBOCTL?

MoaundukaumnoHHas, reHoTun
HE N3MEHSETCS.

[OpHOCTaeBbIN KPOSUK Mpwn
NOBbILLEHHON TemMnepaType
ocTaetca benbiMm.
N3meH4YnBoCTL?

MogundomnkaunoHHasi, reHoTumn
HE N3MEHSAETCH.

NOBbILLEHHAsA
Temneparypa




Moandukauun y Kponnka




NMpumepbl MoaudpUKaLMOHHON U3MEHYNBOCTHU
y YyenioBeka

yBefM4YeHne ypoBHA 3pUTPOLMTOB NPU NOAbLEME B ropbl

yBenuuyeHue NUrmeHTaunm KoXu npyu MHTEHCMBHOM BO3AENCTBUM YNbTparuoneToBbIX
nyyewn

pa3BUTHUE KOCTHO-MbILLEYHOW CUCTEMbI B pe3ynbTaTe TPEeHUPOBOK
Wwpambl (npumep mopdosa)




¢ 3aBUCMUT OT
OKpY>XaroLwmnx
Y CJ/1I0BUM.

¢ HocuT rpynnoBom
XapakTep.

¢ fABnaercsa
onpegeseHHoMN.

¢ NUMmeeT
CTaTUCTUNUYeckKme
3aKOHOMEPHOCTM.

¢+ Onpepensercs
HOPMOM peaKLUum.
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HopMa peakLun



BapunalumoHHasa KpuBag

A
YacToTa nposBneHus

npu3Haka

BenuynHa oTKNOHEHUs
NNPU3HaKa OT CPpeAHETOD
3Ha4YEHUA



MoouukayuoHHass uaMeH4Yu80CMb

HeagantueHble Moandoukaunmn: Mopgo3si N gheHoKoruu.

Mopd0o3bl — HeHacneacTBEHHbIE NUBMEHEHMUS, Bbi3BaHHbIE
9KCTpeMarnbHbIMU UNU HEODOLIYHBIMU (hakTopammn cpeabl
(peHreHoMopd03bl, XeMOMOP{O3bl), USMEHSIOLLNE COMATUYECKNE KITETKM.
Mopdo3bl paccMaTpuBaloT Kak «ypoacTBa», KOTOpble He HacreayTCs U
He HOCAT aJanTMBHOIO xapakrtepa. Hanpumep, npu obny4yeHnn NNYMHOK
Op030usibl Nony4varoT MMaro C Bblpe3kamMm B PasnnyHbIX YacTax Kpbina,
KOTOpbIE SABASAOTCA CNeacTBMEM rMOEnm 4YacTn KNeTok MMarmHarnbHbIX
OWCKOB Kpblna BcneacTame obnyyeHus.

deHoKONUN — HEHacNeACTBEHHbIE N3MEHEHUSA, CXOAHbIE C U3BECTHbLIMM
MyTaunsamMmn. PeHoKonnu ABMNAKTCA Pe3ynsTatoM AENCTBUS (PU3NYECKUX U
XUMUNYECKNX areHTOB Ha reHeTNYeCKN HopMarbHbIN opraHu3amM. Hanpumep,
Npn UCMOSib30BaHNN masiuodomMuda YacTo PoXaanucb AETU C POKOMENnen
— YKOPOYEHHbIMU NAacTOBUOHbLIMU PyKaMu, KOTOPYHO MOTyT Bbi3BaTb U
MyTaHTHbIE annenu.



WUCTOYHMKM KOMOMHATUBHOW N3MEHYUBOCTH

KoHblorauus u
KpOCCUHroBep

CnyyaiHoe pacnpegenexue
XPOMOCOM Npu Meno3e

CnyyaiHoe covetaHue
rameT npu onyoAoTBOPEHUH




NMPUYUHbI HACNEOCTBEHHOW U3MEHYUBOCTU

HacneacreeHHasi U3aMEHYUBOCTb

HAsngaetca pe3ynbTatomMm
nepekomMGuHaLMu reHos
poauTenei cpeav ux NOTOMCTBa.

&

MNepekombuHaumm NPOUCXoaAaT BO
BpEeMs Melo3a Npu KPOCCUHIOBEPE U Npu
pPacxoXaeHu roMOrorMYHbIX XPOMOCOM,

a Takxe rNnpu oryioZlorTsopeHunn.

+

Kak nerko Bo3HMKaloT pasHoobpasHble
KOMBUHaLUMM NPU3HAKOB, TaK Xe
NErko 1 paspyLatTcs y Nocneayowmx

HIOKOJ 1IeHdvnA.,

Mo xapakTepy U3MEHEHUI B reHOTUNe MyTauum
pa3nensaTca Ha reHHbIe U XPOMOCOMHbIE. [eHHbIe
MyTauuu CBA3aHbl C USMEHEHUEM OAHOIO reHa.
XPOMOCOMHbIE MyTauMu NPOVCXOAAT B pesynbrare

‘o W

'U3MEHEHMS! CTPYKTYPLI XPOMOCOM MU U3MEHEHUS!

BonbWKMHCTBO MyTaumn HeuTpanbHbl. OgHako
Cny4yaKTCcs U BpeaHble MyTauun, HeKOTopbIe
NPUBOAAT K CMepTU opraHnamoB. OYeHb peako
BO3HMKAIOT NOME3HbLIE ANA OpraHuama myTauuu,
VIMEHHO OHU Ba)HbI B ECTECTBEHHOM OTOOpE..




daKTopbl, Bbi3bIBAOLWNE

MyTauM

Wanyuyerue

Temnqparxpa

PaauoaktusHoe
nusny4yeHue
PeHTreHoBckoe
nusny4yexue

X0Onoaosow LWOK
Bbicokue

TEMNepaTypbl

KonxuuuH
HUKOTUH

Unput
"asoBbie
BbIOpOCHI

NPOMbILUNEHHbIX
npeanpuaTUA

A3oTucTas
KUCnoTa




[eHHble (anxoeblg)

ObycnosneHbl NAMEHEHUEM
'OAHOrO reqa

3ameHa 0AQHOoro nnu
HECKOMNbKMX HYKNeoTUAOB,
yTpata unu yaBoeHue
HYKNeoTuaos B npegenax
OAHOro reHa

MpoucxoauT nameHeHue
CTPRYKTYPbL XPAMOCOM

YTpaTa 4acTn XpOMOCOMBI,
NOBOPOT yYacTka XpPOMOCOMB!,
NepeHoc XpoOMOCOMbI UK
y4acTka Ha HEroMOIorU4YHYH0
XPOMOCOMY

| BbizBaHbl M3MeHeHuem Yucna
XPOMOCOM

KpaTHoe yBenuyeHue yucna
XpPOMOCOM (NoNUNIouans) nnu
HeKpaTHOe YMeHbLUEeHUe Unu
yBENUYEHME Ynucna XpoMocom
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XPOMOCOMHMDbIE

IAI BIC [D] EXF IG[HI J I Hopxaannaa xpoxocoMa
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3aMena nyKaeoTHa0n

—

Henenusn

A|B|C|D|EXF|G|H|J

A[B|E(F|G[H|J

|A[B]c|D|EXF|G[H]J| —>- [A|B[C[B]C|D|EXF|G[H|J]

Jlynankanus

|A[BICID[EXF [G[H|J| —> [A|D[C|BIEXF |G|H]|J]

Husepcna

|A|B[C|D|EXF [G|H|J| — [A|EXF|B|C|D|G|H|J]|

Tpancmoasuss

AlB|c|D[EXF|G|H|J| — |A|B|C|D|EXF|G|H|J |P|Q|R]

Tpanczoxanus

FrEHOMMbIE

[MONHITJIONAHA

2n=6

TATVIONINSA

rr/<\ -~

2n=6

AHEVINIOH/IHA
(FETEPOIINIOHJ M)

4

Tz -
A e

2n=6 2n+1=7



CeproBMaHoOKIeTo4YHasd aHeEMUS
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MyTauuns B Gerke-
peuenTtope K
dakTopy pocTa

¢ndbpobnactos Receptors with defective

intracellular domains

cannot transmit signal  Mutant receptors can pair
with normal receptors,
but the heterodimer cannot
transmit the signal

(b) Dominant negative mutation

D



http://rds.yahoo.com/_ylt=A0WTb_m8IbFKQXcA..GJzbkF;_ylu=X3oDMTBxaDVjaGQ3BHBvcwMyBHNlYwNzcgR2dGlkA0kxMTZfMTM3/SIG=1htemgj21/EXP=1253208892/**http%3A//images.search.yahoo.com/images/view%3Fback=http%253A%252F%252Fimages.search.yahoo.com%252Fsearch%252Fimages%253Fp%253Dachondroplasia%2526ei%253DUTF-8%2526fr%253Dyfp-t-701%2526fr2%253Dtab-web%26w=803%26h=600%26imgurl=www.doctorveklich.com%252Fimages%252Fpatients%252Fachondroplasia%252Fbefore_treatment.jpg%26rurl=http%253A%252F%252Fwww.doctorveklich.com%252Fachondroplasia_before.htm%26size=66k%26name=before%2Btreatment...%26p=achondroplasia%26oid=44079930427de498%26fr2=tab-web%26no=2%26tt=456%26sigr=11migemij%26sigi=1295lf674%26sigb=12vq8755h
http://rds.yahoo.com/_ylt=A0WTb_6LIrFKuxEBpgyJzbkF;_ylu=X3oDMTBybDdvNTA2BHBvcwM3MgRzZWMDc3IEdnRpZANJMTE2XzEzNw--/SIG=1i7idhhjj/EXP=1253209099/**http%3A//images.search.yahoo.com/images/view%3Fback=http%253A%252F%252Fimages.search.yahoo.com%252Fsearch%252Fimages%253Fp%253Dachondroplasia%2526b%253D61%2526ni%253D20%2526ei%253DUTF-8%2526pstart%253D1%2526fr%253Dyfp-t-701%2526fr2%253Dtab-web%26w=480%26h=640%26imgurl=www.wheelessonline.com%252Fimages%252Farach1.jpg%26rurl=http%253A%252F%252Fwww.wheelessonline.com%252Fortho%252Fachondroplasia%26size=10k%26name=arach1%2Bjpg%26p=achondroplasia%26oid=177fabac2a6845b4%26fr2=tab-web%26no=72%26tt=456%26b=61%26ni=20%26sigr=11inhan1j%26sigi=118onrqhe%26sigb=13j59s0ns
http://www.daani.org/gallery/abseil2008/pic274-l.jpg
http://rds.yahoo.com/_ylt=A0WTb_00I7FKAgsAKmajzbkF/SIG=130h81p4f/EXP=1253209268/**http%3A//medgen.genetics.utah.edu/photographs/diseases/high/achondroplasia.jpg
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MyTtauusa B
BaXXHOM Oenke
coeaAnHUTEenbLH

OW TKaHW — {
cmbpunnune. —

the Marfan
syndrome s tall

NMposiBneHus — and thin and has
BbICOKMIA pocT,  [iteti
ANWHHbIE
KOHEYHOCTM,
pacTsaXXumas
coefl. TKaHb.
Kak
creacTtuBue —
CKOJNnos3,
noaBbIBUX
XpycTanuka®,
aHeBpu3Ma

aopTbI™*.



http://rds.yahoo.com/_ylt=A0WTb_xkI7FK6BkAX.ujzbkF/SIG=122o813ei/EXP=1253209316/**http%3A//www.flickr.com/photos/jnavia/453350312/
http://rds.yahoo.com/_ylt=A0WTbx9vJLFKoaAAazaJzbkF;_ylu=X3oDMTByNjM1anNxBHBvcwM0NQRzZWMDc3IEdnRpZANJMTE2XzEzNw--/SIG=1ljad4hi8/EXP=1253209583/**http%3A//images.search.yahoo.com/images/view%3Fback=http%253A%252F%252Fimages.search.yahoo.com%252Fsearch%252Fimages%253Fp%253Dmarfan%252Bsyndrome%2526b%253D41%2526ni%253D20%2526ei%253DUTF-8%2526y%253DSearch%2526pstart%253D1%2526fr2%253Dtab-web%26w=1800%26h=1709%26imgurl=pmj.bmjjournals.com%252Fcontent%252Fvol78%252Fissue925%252Fimages%252Flarge%252Fpj02223.f5.jpeg%26rurl=http%253A%252F%252Fwww.gfmer.ch%252Fgenetic_diseases_v2%252Fgendis_detail_list.php%253Foffset%253D30%2526cat3%253D188%26size=276k%26name=pj02223%2Bf5%2Bjpeg%26p=marfan%2Bsyndrome%26oid=4ec94a4ae56a018a%26fr2=tab-web%26no=45%26tt=915%26b=41%26ni=20%26sigr=12h003be7%26sigi=127ilrd4s%26sigb=13gig8170
http://en.wikipedia.org/wiki/File:Lens_marfan.gif

HOPMA
I B ICIEEETEY F EGH

MYTALIUU
1. Qeneuyusn

WAN B 'CEDNE $ F IGH
Al B $'CHDNE F IGH
2. lyonukauusn
BB 8 CEBAE CHENE F G
W

3. TpaHcnokauus

B CHE E F ‘ G
Bl | JEL F G

4. UuBepcusn




Poautenbckas
KneTka

[Napa
FOMONOrNYHbIX
XPOMOCOM

[[ameTbl

CnugaHne
rameTt

HopmanbHas
ranfaoungHas
rameTa

TeTpacomus MoHocomus

OpHa us MPUYNH NoABNeHNA reHOMHbIX MYTaL[I/Iﬁ - HapyweHne HopMalribHOro xoaa Menosa.
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cknapgka; _ == ' Mexay nepsLiv
3 - ' M BTOPLIM

wcxpuancse - L ; | ) » |
- - ER Xx AASL Aa. Ki
LLiInpokoe nuuo, yBennyeHHbIN, Horaa cknagyartbin, A3blk. Passutas
CKNnagKka BepxHero Beka, rfasa packochble, BHYyTPEHHUE Kpad UX
CMeLLEHbI BHM3, NepeHocuua nrockas. J1agoHb KopoTKasi, LUMPoKas, C
eOWHCTBEHHOW NonepeYyHon cknaakon, MM3nHeL, NHoraa YKOPoYeH u
3arHyT BHYTpPb.




CunHapowm LlepelueBckoro - TepHepa




