[ eHETUKaA YeroBeKa C
OCHOBaMu MeauLUMHCKOWU
reHETUKMN.

Nekuyma 6. Mytaunm n nx sngbl. PakTopsbl
MyTareHeaa.



MyTareHes

NpoLecc BO3HUKHOBEHMUS HACNeACTBEHHbIX U3MEHEeHUI
opraHvsma — j




MyTaunoHHaa Teopus

1. MyTaumns BO3HUKaET ckadykoobpasHo, be3 nepexoaos.
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K@))KI/IHCKI/IVI dpn3s
CHOBOTMNOJIOXKHUKU MYTaUMNOHHOU
TEeODUIA



MyTaunoHHaa Teopus

2. ObpasoBaBLuMecs HoBble (OPMBbI
NMOCTOSIHHbI.

LnmnaHse LlnmnaHaze
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MyTaunoHHasa Teopus

3. MyTaumsa aBnseTcs Ka4eCTBEHHbIM N3MEHEHUEM.




MyTaunoHHasa Teopus

4. MyTtauumn pasHoHanpasfieHHbl (None3Hble U BpeaHbIe).




MyTaunoHHasa Teopus

a Non-primate mammals b Primates

Calcium
signalling
@ OSTN

4. MyTtaumu
pasHOHanpaBneHHbl ...

(monesHble n BpeOHbIE). - MEF2C
RV Nucleus _mm_b

MRE 123
Neuron Ostn OSTN




MyTaunoHHaa Teopus

5. BbissBNsseMocTb MyTaumnm 3aBUCUT OT pa3MepoB BbIOOPKUK
n3yyaemMblX OPraHM3MoB.




MyTaunoHHaa Teopus

6. OOHM 1 Te Xe MyTaLun MOTYT BO3HWKaTb MOBTOPHO.




Tunbl MyTaUnn

* [eHOMHbIe (M3MeHeHUe Ynucrna
XPOMOCOM);

* XPOMOCOMHbIE (M3MEHEHNE
CTPYKTYPbl XPOMOCOM);

* [ €HHble (M3MEeHEHNe CTPYKTYpPbI
reHoB).
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[ @HOMHbIE MyTaLUW.
c. llayHa

PebéHok c C. Kpuc bepk -
[layHa aKTep



MaHunynaumm ¢ gaHHbIMY

BepoaTHOCTb poXkaeHna pebeéHka ¢ CMHAPOMOM
HayHa

15-19 ner  20-24 25-29 30-34 35-39 >40



MaHunnynsaumm ¢ 4aHHbIMU

UacTtoTa

HOBOPOXOEHHbLIX C
cuHgpomom ayHa (%).

15-19 net
20-24 —«-
25-29 —«

30-34 —«-
35-39 —«-
40 u Oonee

0.03-0.,04
0,02-0,04
0.04-0.08
0,11-0,13
0,33-0.,42
0.80—1,88



[ eHOMHbIE MyTaL UK

[lonncomumn
(HECKOINBbKO NULLHUX
XPOMOCOM K
cyLlecTBylOLLleN nape):

CuHapom
KnanHoensrepa
(MULWHKMe NonoBble
XPOMOCOMBbI).
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[ @eHOMHbIE MyTaLUN.
c. KnanHopenestepa

>KeHckoe [logpocTok C
TenocnoXeHune rMHeKomMacTmeu



[ eHOMHbIE MyTauuu
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MoHocomMunmn (HexBaTKa
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[ @eHOMHbIE MyTaLUW.
c. WepeLwieBckoro -
TepHepa

Knaccunyeckas nnnocrtpauuna:
OeBOoYKa C KPbINOBUAHbLIMU
cKknagkammu



XPOMOCOMHbIE
MyTauun

MI3aMeHeHue CTPYKTypbl
XPOMOCOM.

[leneuna (oTcyTcTBue
ydyacTka XpOMOCOMblI):

CVHOPOM KOoLLIa4vbero
Kpuka (noBpexageHa 5
XpomMmocoma).
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XPOMOCOMHbIE
MyTaLUW.
C. KOLIa4bero Kpuka

8 mec (A), 2 rona (B),
4 ropga (C) n 9 net (D)



XPOMOCOMHbIE
MyTauUnUn
[lynnukauuna (ygBoeHune
y4yacTKa XpOMOCOMbI);

bones3Hb LWapko-Mapu-
TyTa (3aTpoOHYT yyacTok 17
XPOMOCOMBbI).




XPOMOCOMHbIEe MyTaL M.
6. Llapko-Mapu-TyTta

Normal arch

i High arch



XPOMOCOMHbIE
MyTauumn

TpaHcnokauus (obmeH
yyacTKamMu
HEeroMonornM4yHbIX
XPOMOCOM):

TpaHcnokaunoHHas
doopma c. [layHa
(Xxpomocom 46, ase 21
N ogHa 14 c y4acTKoM
OT 21).
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XPOMOCOMHEIE *
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XPOMOCOMHbIE
MyTauumn

IHBEepCKUn (NOBOPOT
ydacTKa XpOMOCOMb
Ha 180 rpagycos:

Ha XpoMOCOMHOM
YPOBHE
cbanaHcMpoBaHbI;

MoryT ObITb
NPUYNHOU
MONEKYNAPHbIX
aHoMarnuu.

[lapaueHTpudYecKkan
MHEEPCHA

K

MepuueHTprYecKkas
WHEEPCHA

X



[ @eHHblEe
MyTauumn

MwucceHc myTaumm
(3amMeHa HykneoTuaa,
MEHAETCHA CMbICI
MHdpopmauum):

MeTtremornodbmHemus
(CMHTE3npyeTCS
remMornoduH ¢ 3x-
BaneHTHbIM Fe,
Kncnopop He
NnepeHoCnTCcq).
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[ @HHble MyTaLUuW.
MeTremornoonHem

NA




[ @eHHblEe
MyTauumn

HoHCceHC myTauuu
(3amMeHa HykneoTuaa, c
obpa3oBaHMEM curHarna
06 OKOH4YaHUU reHa):

MblwevHaa auctpodous
[loweHHa
(BbipabaTbIBaeTCs
aHoManbHbIN Benok

ONCTPOMUH).
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[ eHHble MyTaUuW.
MblLe4yHasd
ancTpodus
[1toLeHHa
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MyTareHsl

* PU3nNYecKue;
o XUMUNYECKUE;
* buonornyeckue.
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dusnyeckne myTtareHbl
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Xnmumyeckue
MyTareHol

KONMXUUMNH;
HUTpaThl;

lecTnumnabl;

« DTNANYM 6pomuna.

be3BpeMeHHUK OCEHHUN —
€CTeCTBEHHbIV
MCTOYHUK KONMXNLIMHA.



buonornyeckne myrtareHbl

* PeTpoBupychl (BNY, oHkoBUpYChI);

* MobunbHbIE FTEHETNYECKNE
rieM¢E

[TopakeHHbIN T-
nmmaoounT
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BUproHbI
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[ eHepaTuBHbIE MyTaLIUN

*[lponcxoaaT B NOMOBLIX
KNneTkax;

* He BNMAIOT Ha 300pOBbLE
MHOnBUAa;

* bonesHb NpoaABUTCA Y
NOTOMKOB MHOAMBKUAA.




ComaTnyeckne mytaummu

*[lponcxonaTt B
coOMaTU4eCKUux KneTtkax;

* BnnatoT Ha 300poBbe
camMmoro uHgmuBuaa;

* He npoaBnsaeTca y
NMOTOMKOB.




CnoHTaHHblE MyTaLUuN

[TponcxoaaTt No NnpuynHe oLLNOOK eCTECTBEHHbIX
KNETOYHbIX MEXaHN3MOB (OeneHne, pennukaums,
penapauus -~ ~

€¥d Unknown error




MHayumpoBaHHble MyTaL UK

[TponcxodaT No NpuUYMHe BO3OENCTBUSA MyTareHOB Ha
OpraHu3m.
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KaHueporeHes

MexaHn3m pas3BuTust U PopmMmnpoBaHUSA OHKONOMMYECKOro
3aboneBaHus.
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