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Kneto4yHada Teopus

m Knetka - buonornyeckas anemeHTapHas
euHMNLa CTPOEHUS opraHnama

m KneTtkoobpasoBaHue - yHUBEpPCAalbHbIN
NPUHLNM Pa3MHOXEHUS.

m Ku3Hb OopraHn3mMa MOXeT 1 JOIKHa
ObITb CBEEHA K CyMME XXN3HEWN
COCTaBMSOLLNX €0 KINETOK.

m Bcskaga knetka npoucxoguT U3 gpyrou
KIEeTKN.

m Bcskoe 6bonesHeHHOE N3amMeHeHne
CBA3aHO C KaKMM-TO MNMaTosfiorm4eCKnm
NnpouecCOM B KIE€TKax.
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YpOBHM OpraH1M3auum xpomMmaTuHa

I

1400mm
1

* MeTadha3Haa Xxpomocoma —
1400 HMm

* y4yacTok meTtachasHoOMU
XpoMocoMbl — 700 HMm;

* Hykneomepbi-
cyObeaAuHNLbI TONCTOM
¢unbpunnol - 300 HM

* XpomaTuHoBasa cmndbpunna
— 30 HM™m;
* HyKneocombl — 11 HM
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m  ednHULA XpaHeHus,
nepegayn n peanusauymu
HacneancTBeHHOW
NHpopmMmaunm

m Y4acTtok monekynbl AHK

XpomMocoma

HeTbipu
OCHOBAHUA

axapHbIX
dochar -

ocHosa AHK



e Kapuotun - COBOKYNHOCTb NPMU3HAKOB (Y1CH0, pa3mepbl, dopmMa 1 T. Ai.) NoNHOoro Habopa
XPOMOCOM, NMpUcyLLas KneTkam gaHHoro bmuonormyeckoro Bnaa (BMaoBON KapuoTun)
N JA@HHOIo opraHn3amMa (MHAMBMAYanbHbI KApMoTKUN)

* AYTOCOMbI — NapHbl€ XPOMOCOMbI, OAUHAKOBbIE Y MY>XYMH U Y KEHLLWH

* lMonoBble XPOMOCOMbI — XPOMOCOMbI, HAOOP KOTOPbIX OTNNYAETCS Y MYXXCKUX U

YXEHCKMNX ocoben
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m [eHoTUN — 3TO COBOKYMHOCTbL FEHOB,
MONy4YeHHbIX OPraHM3MOM OT Ero poauTernen

m PeHoTun - 3To COBOKYIHOCTb Bronorn4yeckmnx

A . -
CBOUCTB U NPU3HaAKOB OpraHn3ma, s oo S e o S S

Bocrovsas Espona) benapycs)

CINOXMBLLUAACH B rnpouecce ero
MHONBMNOYaJIbHOIO Pa3BUTUA.

m [Ipumepbl PEHOTUNNYECKUX MPUIHAKOB - 777

BANTHA BOCTOMHBIA BANTHA BOCTONHbIA EBPONMAL YPANUA

(BanTus, cesepo-sanan Poccun, (cesepo-3anan Poccum, (3anaaas Poccus, (soxpyt Ypanucxmx rop)

Nanmunrpaa) cenep OuHnRHAM) Yipauna, Genapyce)




HacneaocTtBeHHOCTb

m CNocoOHOCTb OpraHNM3MOoB NepeaaBaTh CBOM NPU3HAKN Pas3BUTUSA NOTOMCTBY

B COBOKYMNHOCTb NPpUpPOAHbIX MPU3HAKOB, MNOJTYHYEHHbIX OT pO,EI,VITGJ'IGVI




N3MEeHUYNBOCTb —

pa3HooOpa3ne Npu3HaKkoB cpeaun NnpeacTaBUTeNen AaHHOro B1aa, a
TaKXXe CBOMCTBO MOTOMKOB NpMobpeTaTb OTNUYUS OT POOUTENBCKUX

bopm
m HacneagcrBeHHast UBMEHYNMBOCTb — Bbi3BaHHAS UBMEHEHUAMU reHoTUNa

[ MO,EIVId)VIKaLWIOHHaFI N3IMeH4YNBOCTb — HE CBA3aHHaA C USBMEHEHUAMN
reHoTura, BbiaBaHHadA BIINMAHNEM Cpebl Ha pa3BI/IBaI-OLLI,I/IIZCFI OpPraHn3Mm.




HacneactBeHHasi UBMEHYMBOCTb:
MYyTaLMOHHaS

m  MyTtauum - ctonkoe nameHeHue reHoma. lpouecc BO3HNKHOBEHUA My TaLUM -
MyTareHes

m [eHOMHbIe MyTauum — cBA3aHHbIE C U3AMEHEHUEM YMCa XPOMOCOM (Nnpumep
- cuHapom [layHa)

m XPOMOCOMHbIE — CBfi3aHHbIe C U3MEeHEeHNEM CTPYKTYpPbl OTAENbHbIX
XPOMOCOM

m [eHHble - Ha YPOBHE OAHOIo Ui HeCKOJNMbKUX HYKreoTnaoB




[Ipumepbl MyTaLumnm

Adeneuns WNHcepumnsn
] i
: : :

- | -

'SP | 3
: 1

I .
! B

: .

:

:

—

* CnNoOHTaHHbIE MyTaLMKN: BO3HUKALOT
CaMONpPOn3BOSIbHO B HOPMaribHbIX YCIOBUAX

* MHayumpoBaHHbIe MyTaunn: BO3HUKAIOT B
pes3ynkrarte MyTareHHbIX BO34encTBUN

LleHTpoMepa

Aynnvkaums

MapaueHTpudeckas  lNepuueHTpuYeckas
MHEEPCHA MHBEPCHA




HacneocTtBeHHas USMEHYUBOCTD:

KOMOMHaATUBHAA

BO3HUKAET U3-34a peKOM6I/IHaLI,I/II/I reHoB Nnpu CIiMimMaHnn raMeT

WHTepdasa (G,)

4 Centroscmes
lE |

AHadbaza Tenogpasa  WHTepdasa (G,)

MUTO3

MEeNo3
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KombOmnHatnBHag naMmeH4YmMBOCTb

AunnongHsin
XPOMOCOMHBGI HAabop
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XPOMOCOMHBbI Habop




Annenwm

B PasnuyHble PopMbl OOHOIO U TOrO XKe reHa, PacnonoXeHHble B OANHAKOBbIX
ydacTKax (flokycax) roMosiorM4yHbIX XpOMOCOM

m [eTepo3nroTHbI opraHn3Mm: ABa pasHbIX annens ogHoro reHa

m [OMO3UIOTHBIN OpraHM3M: ABa OANHAKOBbLIX annens ogHoro reHa




AyTOCOMHOE HacrnegoBaHue

m He cuenneHHoe c nonom




HacnenoBaHue, cuenfieHHoe C

n On o M X-cuensieHHOe peleccuBHOE HacneaoBaHue

OTeu: 340p0B
MaTb: HOCUTEeNb

m HachnegoBaHMe reHa, HaxoasLlerocs B
MOMOBbIX XPOMOCOMaX

m [lpumep: remocpounua A, remodomnnus B

XY XX

37,0p0BbIN CbIH oub-HOCUTENb




MoandukaumoHHaa N3AMEeHYUBOCTb —
CBA3adHa HE C UBMEHEHUAMU TEHOTUINA, a C BIIMAHNEM CPpEebl

m [loHacnencTey He nepenaetcs!

m  Onpegensercs HOpMOW peaKkuum - CoCcobHOCTL reHoTUNa opmmpoBaTh B
OHTOreHese pasHble PeHOTUMNbI B 3aBUCUMOCTU OT YCIIOBUN Cpeabl




[Monynsumnsa — COBOKYNMHOCTbL 0COOen OAHOro BMaa, AnNnTernbHoe BpeMs
obuTaroLLMX Ha OOHOW TEPPUTOPUM U HYACTUYHO NI MOFNHOCTBIO
N30MNMPOBAHHbIX OT APYIrUX rpynm




[leHeTpaHTHOCTbL

yacTtoTta nposBneHuns reHa. OnpegensaeTcs No NPoLEeHTY ocober B Nonynsauum n3
Yyucna HeCyLLMX reH, Yy KOTOpbIX OH NPOSIBUNCA.

m [loflHas neHeTPaHTHOCTb: JOMUHAHTHbLIN UMY TOMO3UTOTHO-PELIECCUBHbIN
annernb NPoOsABSAETCA Y KaXXgom ocobu

m HenonHas neHeTPaAHTHOCTb - Yy YacTu 0cCoben.

B mMeouuuHe: neHeTpaHTHOCTbL onpeaenseT BEPOATHOCTb
3aboneBaHus, HO HE ero TAXeCTb

BO3MOXHbIN NpUMep HEMOSTHOM MNEHETPAHTHOCTH:
noNuaakTUNnS

[MonaratoT, 4TO 4ONOMHUTENBHbLIW NaseL nosy4yaeTcs
BCneacTene AencTBnua JOMUHAHTHOro annens reHa P.
HopmanbHble NaTb NnanbueB - cneacTtesne roMo3MroTHOCTH
MO peLecCcUBHOMY annento 3Toro reHa - p. MoXXHo oXxugarts,
YTO BCE reTepo3unroTel Pp 6yayT NnposBnsTb 3TOT NPpU3HaKk.
OpgHako Ha npakTUKe TOSIbKO YacTb FETEPO3UroT UMELOT
AONONMHUTENbHbIE NanbLbl.




OKCMNPEeCCUBHOCTb

B He O4AMNHaKOBOE rnpogdByieHne npmn3Haka y uUHonBmayymMmoB, KOTOPbIE NPOABITIAKOT
ITOT NMPU3HAK; CTENEHb CbeHOTMI'II/I‘-IeCKOI'O npodAasIieHNA MyTaunn

B cnyyae 6onesHu: xapaktep 1 TSXXeCTb CUMMTOMOB

3meH4YMBasi 9KCNPECCUBHOCTb, BMS10Tb 40 MNOSIHOrO OTCYTCTBUSA NPOABIIEHUS FEHa,
MOXET ObITb ObYyCrioBreHa:

B - BJIMAHNEM NrEHOB, PACMoOJ1I0)KEHHbIX B TOM XK€ UIMN B APYTUX JTIOKyCax;

m - BO34EeNCTBUEM BHELLHUX U ClyYanHbIX dakTopoB.




cerebri

Hemispherium

Corpus callosum

Septum pellucidum

Corpus pineale

Commissura
rostralis (anterior

Lamina tecti

Lamina terminalis

\’clum medullare

superius

Cerebellum

inferius
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cerebri

Medulla oblongata

Medulla spinalis A .




Cerebrum (telencephalon)
Striatum
VY

Six-layered
cortex

e | |Claustrim
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Cerebrum (telencephalon)
Mesopallium
Hyperpallium

Lateral ventricle
Amygdaloid, Hp

Pallial
Striatal
Pallidal

L2 Nidopalium . ™A
My
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Cerebellupn >}' T
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Jhalamusy

b o
) 5
Piriform
Hindbrain Midbrain : cortex
Pallidum

Piriform cortex
Pallidum

Amygdala Jarvis et al.,
2005




YpOBHM nccnegoBaHUs reHETUYECKON N3MEHYMBOCTM

doyHKLUMN MO3ra

GEHOTUI (noBeaeHue)
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y,

HabntogeHue,
TecTupoBaHue u ap.

93l Bl wu ap.

Mukpockonus,
TOMorpadusa v ap.

XmMunyeckme metoabl
nccnenoBaHung

AHann3 benkos,
NMMYHOJOrM4yeckue
nccneaoBaHus

[No: ®orento, MoTynbcku FEHOTUM AHanus D.HK



mMET NI TR
iRk v 4
.

Normsn
Rowlwrell



