DBOOLMA IN1a3a YesioBeKa: NONOXKNTe/IbHbIe MyTaLun U
nocnegoBaTesibHOCTb GOPMUPOBAHUSA

[Nas3 yenoBeka — MPOAYKT MUIMAPAOB /IeT 3BOIIOLUN, COOPMUPOBAHHbIA Yepes nociefoBaTesbHoOe
HakKonaeHVe MNOJIOXKUTENbHbIX MYTaLUWA, YCUINBABLUMX CBETOYYBCTBUTEILHOCTL, BOCNPUATME LIBETA,
bOKYyCMPOBKY M306paxeHNs U 3puTenbHY0 06paboTky. Huxe npeAcTaBneHa MnocnefoBaTeNlbHOCTb
K/It0YEBbIX 3TaNoB GOPMUPOBAHMIS r1a3a U MyTaLUiA, KOTOPbIE MOBAVSN HA KaXAbIA N3 HUX.

1. MosiBNneHue CBETOYYBCTBUTEJ/IbHOCTIU
MpumepHo 600 MnH NneT Ha3ap,

« MyTauus: MepBrYHbIE N3MEHEHUS B reHax 6e/1K0B, B3aNMOAECTBYHOLLMX C PeTUHANEM,
MpVIBENU K MOSIB/IEHMIO MePBUYHOr0 ONCUHA (HanprMep, NpoTEOPXOA0NCUH-NOA06HBI).
* MocneacTtBme: MNpocTbie GOTOUYBCTBUTE/BHbIE NATHA MO3BOSIN PA3/INYATEL CBET U TbMY.

FeHbl: - Opsin (oncnH) — dopmupyeT CBeTOUYBCTBUTENbHBIM peuenTtop. - RPE65S — yuactByeT B
pereHepauunn petTrnHans.

2. YrnyéneHue ¢oTopeLenTOpHOIA 30HbI
550-500 Ms1H neT Ha3ag,
* MyTauunn: PerynatopHble MyTauum akTuBrpoBann GpopmMmpoBaHme yrnybneHHom
CBETOYYBCTBUTENbHOM TKaHW (YalleBUAHOrO rnasa).

* MocneacTBue: YnyulleHHOe HanpaeneHvie BOCMPUATUS CBETa, 3a4aTK1 OpUeHTauum B
NPOCTPaHCTBE.

FeHbl: - Six1/2, PaxB (npeawecTBeHHUK Pax6) — ynpasnsnm passutemM ¢oTopeLenTopos.

3. dopmMupoBaHMe npocTeiLero IMH30BMAHOIO rnasa
500-450 mnH neTt Hasag
* MyTaumn: leHeTnyeckoe pekpyTnpoBaHue 6eKoB TernI0Boro LWokKa (HanpumMep, Hsp) B

Npo3payHble 6e/Kn XpycTannka — KPUCTa/JINHBI.
* MocnepcrBume: CNocobHOCTL GOKYCUPOBaTh N306paKeHNe, MOBbILLEHVE pa3peLLeHys.

FeHbl: - CRYAA, CRYAB, CRYBB1 — kpuctannuHbel, ¢opmupytoT xpyctaamk. - FOXE3, PITX3 —
perynupytoT 3aknajKy xpycranvka.

4. PasBTtme ceTyaTkmu v HEePBHbIX cBA3en
450-400 MNH neT Hasap,

* MyTauun: PerynsiTopHble U3MeHeHUWs B reHax, akTUBMPYHOLLMX HeliporeHes.



* MocnepacTBme: [osiBNeHWE raHIINO3HbIX KJ1eTOK, CUFHAN OT raasa cran nepefaBaTbCA B MO3r.

FeHbl: - ATOH7 — pa3sutme raHrno3HbIX knetok. - CHX10 (VSX2) — pa3ssutme Helipocetyatku. - NRL,
CRX, OTX2 — dpopmumpoBaHMe nanovek 1 kKonbouex.

5. NosiBNeHue LBETOBOro 3peHuns
350-200 ms1H neT Ha3apj,

* MyTauuu:

» lynavikaumn 1 aMMHOKMCNIOTHBIE 3aMeHbl B reHax orncnHoB (SWS, MWS, LWS).

* Y npeaKoB yenoBeka (0Kono 35 MAH neT Hasag) npouvsoLuna gynamkaumsa reHa LWS ¢
MyTaumamMu, jaswimmMm Havyano MWS.

* MocnepcTBume: TprxpomMaTnyeckoe 3peHue: pasinvyeHmne CUHero, 3e1HOro 1 KpacHoro.

FeHbl: - OPN1SW, OPN1MW, OPN1LW — oncuHbl Konbouyek. - RH1 — pogoncmH nanovex.

6. PasBuTme cno>XkHovi mop¢$onorum rnasa y nosBOHOYHbIX
300 MNIH neT Hasapj u panee

* MyTaumn: B reHe PAX6 1 ero perynmpyroLmx obnactax — Ko4eBON perynaTop pasButus
rnasa.

* Mocnepcreue: PopmrpoBaHNe POroBuLLbl, Pay>XXKW, 3payka, CTEK/I0BUAHOrO Tena,
OpPraHM30BaHHOM apXMTeKTYpbl CeTYATKN.

FeHbl: - PAX6 — 3anyckaeT rnasHoe nosje B ambpuoreHese. - RAX, SIX3, MAF, OTX2 — noggep>xmBatoT
pa3BuUTUE rasHbIX CTPYKTYpP. - BEST1 — nogaep>XmBaeT MOHHbIN 6anaHC B MMTMEHTHOM 3NUTENNN.

7. PazBuTMe poBea U 3pMTe/IbHOI KOpbl Y NpUMaToB
30-5 MnH neT Hasap,

« MyTauun: PerynsiTopHble MyTaummy YCUANAN MAOTHOCTb KONBOYEeK B LIEHTPE CETUaTKMU.
* MocneacTBme: Pe3koe NOBLILLEHME OCTPOThI 3pEHUSI, 0CO6EHHO NPU AHEBHOM OCBELLLEHUN.

FeHbl: - PRPH2, RDH5 — noaaepxaHune cTpykTypbl ¢oTopeuentopoB. - NEUROD1 — yuactne B
pa3BUTUN 3pUTESIbHbBIX HENPOHOB.

CBogHas Ta6n|/|u,a K/TI0O4YEeBbIX MOJIOKUNTENIbHbIX MyTé\Ll,VIVI N Nx pesynbtaToB

JTan [eH(bl) Tun myTaunm MocneacTene

CeBeTouyBcTBUTENbHOCTL  Opsin, RPE6GS AMVIHOKNCNOTHbIE 3aMeHbl Peakumus Ha ceeT

PekpyTupoBaHue u .
CRYAA- Mpo3payuHbin
cTabunusupyoimne

CRYBB1 XpycTanuk
MyTaummn

dokycmposka



dTan [eH(b!) Tun myTaunmn Mocneacteue

CeTtuatka CHX10, CRX, PerynatopHble MyTaumm Cervarka n
ATOH7 y P yra raHrIMO3HbIe KNeTKN
OPN1LW — Jynavkaumsa n ToueyHble
LiBeToBOE 3peHMe TpuxpomaTua
OPNTMW MyTaLumn
PAX®6, SIX3, dopmupoBaHume
ApxuTekTypa rnasa YcnneHwe skcnpeccum
0oTX2 aHaToMuwu rnasa
NEUROD1, LeHTp $poKycnpoBKn

Bbicokas oCTpoTa YcnneHne aKcnpeccnn

PRPH2 — ¢doBea

3akK/iroyeHume

rna3 YyenoBeka He BO3HMK BHE3anmHO — OH GOPMMPOBANCA MO3TanHo, 61aroAaps MONOXKUTENbHbBIM
MyTauusaM, KOTOpble YCUAMBaAM  CBETOUYBCTBUTENIbLHOCTb, TOYHOCTb  Mepejayun  CUrHana,
LBETOPA3/INYEHME N OCTPOTY 3PEHIsl. DT MyTaLLMN MPOUCXOANAN ClyYaliHO, HO eCTeCTBEeHHbIA oT6op
COXpaHsAN Te, YTO yNy4llann agantaumio. B pesynstate coopMmpoBanack yHUKaAbHas CTpykTypa —
YenoBeyeckunii rnas, CnoCco6HbIN K BICOKOTOYHOMY aHaIN3y OKPYXKatOLLEro MMpa.

COBpeMEHHaﬂ HayKa npoAo/iKaeT OTKpbIBaTb BCEé 6o/blle TeHOB U MyTaLI,I/IIZ,
y4acTBOBaBLWMX B 3TOM C/IOXKHOM, HO 3aKOHOMEpPHOM npouecce.
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