UMbl
LA

BernonHuna
Kpbinosa Mapraputa
rpynnel X-1160



MYTALIUA (or nar. mutatio -

u3MeHeHue) - BHe3anHbIe
(cxaukoobpasHbie) ecTecTBeHHbIE UNU
BbI3BAHHbIE UCKYCCTBEHHO Hacneayembie
U3MeHeHUs reHeTUYEeCKOro marepuana
(reHoma), npusoaswWwme K USMeHeHUro
TeX UK UHBIX NPUSHAKOB OPraHU3Ma.



TEPMWH,
HABJTFOOEHNA,
CO30AHUE
MYTALIMOHHOW
TEOPUU SAJIOXXEHDI
[OJNAHOCKM
YHEHbIM
['YI'O OE ®PU3




TTpouecc BOHUKHOBEHUS MyTALUU
Ha3bIBAETCA MyhureHe3oMm.
OpraHu3m, BO3HUKLIUK B pe3yribTaTe

MYTALMUU HA3bIBACTCS MyNaHNOM.
MyTareHbI- OAKTOpLI Cpeabl, BbI3bIBAIOLME
MyTaumun:

husnyeckne - Hanpumep, Temnepartypa, pagmauns

xymMuyeckne - Hanpumep, HNO,, nnput
buonornyeckne - Hanpumep, BUPYChI




CBOWCTBA MYTALINI:

“*BHe3zanHbl
“»Cry4YyanHsbl

“»He HanpasBneHb!
<*HacneacTBeHHbI
»UHOMBUAOYASIbHbI
S*penKu
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KNACCUOUKALINS MYTALIAW



[10 NMPNYNHE

CnoHTaHHbIE - NPN4YNHa HE ACHa

WHayunpoBaHHbIe — Bbi3BaHb
MyTareHamu



[10 YPOBHHKO

I eHHble —-U3MeHeHNA B Npeaenax oaHoro
reHa

XPOMOCOMHbIEe — UBMEHEHUA CTPOEHUS
XPOMOCOM

[ eHOMHbIe — U3MEHEHUNSA Konn4yecTBa
XPOMOCOM



[10 NIOKAJTN3ALINN B OPTAHU3ME

ComMaTunyeckume (B knetkax Tena, yaile BCero —
pakK), He NnepegarTcs AeTam

I eHepaTUBHbLIE (B NOMOBbLIX KNETKax 1 NPOsABATCS
TONbKO Y NOTOMKOB)



[10 NMOCNEANCTBUAM

BpeAaHble
[lone3Hble
HenTpanbHble



[10 NMPOABJIEHNIO B PEHOTUINE

[loMWHaHTHbIEe (NpoaABnATCA B PeHoTUNe cpasy
KaK B TOMO-, TaK U B reTepOo3nUroTHOM COCTOSAHUN)

PeLeccUuBHbIEe (MposaBnaoTCcs TOMbKO B
FOMO3UrOTHOM COCTOSAHUN)



EHHBIE (TOYEYHBIE) MY TALINMU

CBsi3aHbl C USBMEHEHNEM HYKI1EOTUAHOMN
nocrnegoBaTenbHOCTU OOHOIO reHa




TWUMbl TEHHBIX MYTAL M

Odynnukauuun - noBTOPEeHMNE ydacTKa
reHa
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2. BcTaBKU — NOSABNEHUE NULLHEN napsbl
HYKIeoTnaoB
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3. Deneuuu - BbiNageHne HyKNeoTuaos,
3aMeHa HyKNneoTUaHbIX nap

4. UHBepcum — NepeBoOpoT y4acTKa reHa
Ha 180 rpagycoB

Chromoso me A'



[EHHBIE BONE3HW

cuHapom Anepca-faHno
(ayTOCOMHO-AOMWHAHTHbLINA, 8y TOCOMHO-PELIECCUBHbBIN N X-CLENMEHHbIN TUMbI
HacregoBaHUs)
bBonesHb Kak npaBunio nopaXaeTt CycTaBbl, KOXY U KPOBEHOCHbLIE COCY/bl, C
cMMATOMamMn TakMMm Kak cBOBGOAHbIE (NITOXO NPUKPENNEHHBIE), CUITbHO
FHYLLUMECS CyCTaBbl; rfagkas UM anacTuyHag, fierko ne ~~axaarwasacs Koxa;




AxoHaponnasus (XOHApOAMCTpOCbVI‘-IeCKaﬂ
KapnUKOBOCTb) N

OMIM 100800

MyTtaumnsa B berke-
peuenTope K
doakTopy pocTa
domnbpobnacTtoB

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




CuHapom MapdaHa
OMIM 154700

MyTauua B
Ba)KHOM berke
coeanHUTENbHO
N TKaHU —
dbunbpunnuHe.

This person with |
the Marfan

npOFIBJ'IeHVIFI . syndrome is tall

and thin and has

an arm span that

BbICOKWI POCT, e ket Laighh
ONMNHHbIE
KOHEYHOCTH,
pacTaxumas
coefl. TKaHb. Kak
cneacrtmBeue -
CKOInmnos,
NoABbIBMX
XpycTanuvka®,
aHeBpu3Ma
aopTbI™.

Aorti

Ascending
aorla




CuHppom «rpuma Kabyku» OMIM 147920, s

4eM COCTOUT reHeTn4yecknn gedoekT, noka He N3BECTHO




Henpodmnbpomartos

(TN HacnegoBaHUA ayTOCOMHO-
OOMWUHAHTHbIN)




XPOMOCOMHBIE MYTALINU
(ABEPPALINN)

BHYTPUXPOMOCOMHbIE NEPECTPOUKU

MeXXXpPOMOCOMHbIE NEPECTPOUKU —
HEroMosiormyHble XPOMOCOMBI
obOMeHMBaloTCS y4acTkamu
(TpaHcrokauus)




BHympuxpomMocoOMHbIe Mymayuu MexxxpomocomHas
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CAMbIM XOPOLLO N3YHEHHBIM
3ABOJIEBAHVEM, OBYCIHOBJIEHHbBIM
OENEUMEN, ABNAETCA CUHOPOM

KOLWAYBETIO KPUKA, O

MCAHHbLIV B 1963

oAy XXEPOMOM JNNEXXEHOM. B ElO

OCHOBE JIEXXUT OENEUNA HEBOJIbLLOIO
YHACTKA KOPOTKOIO [J1IEYA 5
XPOMOCOMBI.




CUHOPOM KOWAYBEIO KPUKA

[N 60rnbHbIX XapakTepeH psaa
OTKITOHEHUWN OT HOPMb!:
HapyLleHne

doyHKUNIN cepaedHo-
COCYANCTOW, NULLIEBaAPUTESTIBHON
CUCTEM,

HeJopas3BUTUE ropTaHu (C
XapaKTePHbLIM KPUKOM,
HanoOMMHaOLWLNM KoLlaybe
MslyKaHbe), obLlee oTcTaBaHue
pas3BUTUS, yMCTBEHHAS
OTCTariocTb, TYyHOOOpa3Hoe
NnUO C LUMPOKO
paccTaBfiEHHbIMU rna3amMmu.
CuHgpom BcTpevaeTca y 1
HoBopoxaeHHoro n3 50000.




3HAYEHUE XPOMOCOMHbIX
MYTALUW

MaTtepwnan gns 3BontoLnm, crocobcTByeT
NOSIBIIEHUNIO HOBbLIX BUAOB

[TaTonorna y yenoBeka



[EHOMHbIE MYTALINA

[TpnBOOAT K UBMEHEHUIO YMCNa
XPOMOCOM

[Tonunnonaus
AHeynnounaung



OO NONA

Y pacTeHNN NPUBOAUT K YBENMUYEHUIO
pa3MepoB BCEX YaCcTeN TeNna




Y XNBOTHbIX N HYEJTOBEKA
[MIPBOOUT KT'MIBEJIU TNJ1IOOA

W0 2 Jec
a0 3¢ I e B e e

ISR IR LE LRI LA § |

e LIS




AHEYMIOMANA - M'SMEHEHUE
KOJIMHECTBA OTAEJIBHBIX XPOMOCOM

4eM MeHbLLE reHOB B XPpOMOCOME, TEM
BEPOATHee, YTO N0 C aHeynnongmnen
OOXXUBET 00 POXOEHUS.

AOcontTHOE DoNbLUMHCTBO NorndaeT Ha
PaHHUX CPOKax bepeMeHHOCTH.



CuHapom

HayHa-
Tpucomusn 21

Growth failure ‘Broad flat face
Mental retardation JSlanting eyes

~ | Epicanthic eyefold
Flat back of head — sﬁon nose g

{ﬁné Short and

Many "loops” i '\>/ broad hands
on finger tips / | 7" (Small and
Palm crease / | \. |arched palate
: ‘ \ Big, wrinkled
Special skin tongue

ridge patterns Dental anomalies

Unilateral or bilateral

absence of one rib . ”
Congenital hear

W &
disease ! 2 4 “« 8
\Enlarged colon ? ? NaRnnn

L} B "0 " 1”2

Intestinal blockage

Umbilical hernia
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Fig. 3.2 View of the feet in an adult with Down syndrome show



TPNCOMUA 13 - CUHLOPOM IMNATAY




TPNCOMUNA 18 - CUHLPOM
OLBAPLCA
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CUHOPOM 30BAPACA, TPICOMWA 18

TOrMa-Kavalika



CMHOPOM LWWEPELWLEBCKOIO —

OTEK KUCTEN N CTOM,

KPbITOBUOHbIE KOXHbIE
CKNnaaku Ha Lwee

HU3KUWN POCT,
BPOXOEHHbIE MOPOKA
cepaua,

nepBnYHaa ameHopes,

noJsiHag v YyactuyHag
MOHOCOMMUS Mo X-
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