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MOHHbIe KaHanbl - PYHKUUN

* OCHOBHOW NPUHUMI:

— obecnevnBaloT ABMXKEHUE MOHOB MO
AMNEKTPOXUMNYECKOMY MPaaUEHTY

* B HepBHOU cUcTeme:

— obecrne4vmBaeT reHepaLmto NoTeEHLMANoB
OENCTBUA, MOCTCUHANTUYECKUX U

NencMeKepHbIX NOTEHLINANOB

* B opraHusme:

— obecnevnBaloT anuTenuarnbHbIN TPaHCMOPT,
nepegavy XMMUYeCKNX CUrHaros,
PErYIIMPYIOT KOHLIEHTPALNN NOHOB,
noTeHLMan rnoKosi KNETOK.




HacneacreeHHble KaHaNoOMNaTUK

e 3a60/1€BaHUA Bbi3BaHHbIE MYyTauUAMUN MOHHDbIX
KaHa/10B

* BbiCcTpO pacwmpsaowasca rpynna 3abonesaHnm
(6bonee 30 6onesHewn)

* PasHble MmyTauuKM MOTYT Bbi3blBaTb OJMHAKOBbIE
natosormn. Hanpmumep, KaHanonaTus
MYKOBUCLIMA03a MOXKET ObITb BbI3BaHA MHOTMMMU
MmyTaumamm B KaHane CFTR, obecneunBatoulero
TPAHCNOPT X/10Pa



MOHHbIe KaHanbl — 6a3oBble
NPUHLUUNBLI paboThbl

* KaHanbl He OTKPbITbl MOCTOAHHO: OTKPbLIBAKOTCA U
3aKpbIBalOTCA B CTOXacTU4YECKON MaHepe.

* OCHOBHble NapamMeTpbi:
— BPEMS OTKPLITOrO COCTOAHMUSA (0),

— BPEMS 3aKpbITOro COCTOSAHUSA (C),
— aMnnnTyda Toka Yepes MOHHbIN KaHan (i)

— YMCNO KaHanoB, CNOCODHLIX akTUBMpoBaTbCs (N).

open

closed




MoneKynapHble mexaHU3mbl
HapyLlleHnAa PYHKLUMN KaHANOoB

IV. KuHeTuKa lll. MpoBOAMMOCTD




[1pOUEeCCUHT - NOCTTPAHCNALUMNOHHAA
MmoandmnKkauma 6enKkos

YnaneHue c N-KOHLUQ METUOHUHA NN AaXKe HECKO/IbKUX
aMMUHOKMCNOT cneunPuyHbIMmn ammHoNenTnaa3amm

Ob6pa3oBaHMeE S-S MOCTUKOB MeX Y OCTaTKaMU LUMCTEUHA.
YactuyHbIN NpOoTEoNn3 — yaaneHue NnenTMaHou Lenm

[MpuncoeguHeHME XMMUYECKOMN rpynnbl K aMUHOKUC/IOTaM:

o
— Kap6okcunuposanue (COOH)

|
— MetunmposaHue aprmHuHa nam ansmHa (CH,)

— ®ocpopunmposaHue (PO,)

donauHr — yKnaaka noamnenTMaHom Lenu B NpaBu/ibHYIO
TPexXmMepHYo NPOCTPAHCTBEHHYIO CTPYKTYPY

O6veanHeHue cybveanHUL, B eANHbIN ONUTOMEPHbIN Benok



OCHOBHbIe TUMbI Hac/eayeMblX
KaHanonaTtuu

* Hemponornyeckme HemponaTtuu

* Kapaunonornyeckme HemponaTuu



AXpomaTtoncuma

AnbbNHN3IM

CnHapom AHAepceHa-TaBuAa
nunnencua

Bonesble paccTpomncTaa



AnbbUnHOCHI
6bone3sHb AnaHACKMX OCTPOBOB
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ANbOMHU3M

melanin synthesis

\
— melanosome ‘ «—>

mitochondrion
/

organelle '
interaction /

Bellono et al., 2014



[InrmeHTaUMUA

Heapenan
MENaHoCcoMa

YneTpaduoneTosoe uanyueHue,
CTpecc (aKTMBHLIM KMCNOPOA), HEKOTOPLIE TOPMOHBI

'

[loTemMHeHne KoOXu U BONoc




XNOPHbIN KaHa/1, HeobxoAnMMbIN ANA
NMUIMEeHTaUMmM — npuyYmnHa aibbmnHmn3Ima

Cc

Melanosomal
ion channels and transporters

Bellono et al., 2014
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CnHapom AHaepceHa-TaBuAna

* OCHOBHble NPU3HAKWN:

— 3MU304bl MblLLEYHOM cNabocTu ( nepmoanyeckmni
napanmu)

— apUTMUSA

— HapYyLLUEeHUA Pa3BUTUA

* Penkada reHeTuyeckasa bonesHb

— 1 HAa MUNNUNOH



CuHapom AHaoepceHa-TaBuna
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Flecaidine — 6n1okaTop Na KaHanos



CnHapom AHAepceHa-TaBUAa
* [lpnynHa: myTaumnm B K+ KaHane

KCNJ2 (Kir2.1)
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Ha namaTb

* MyTauun XNOPHbIX N KANNEBbIX KAHAN0 MOTYT
NPMBOAUTL K TAKU Pa3HbIM TUNAM
reHeTU4YeCKMX NaToONOMMIMN KaK HapyLleHune
CUHTE3a CoOeAUHEHUNIN UNN OTKNOHUHUA B
PA3BUTUM OPraHN3Ma



