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Synopsis of Thesis

K A m
Name SR
e EEA A point mutation in Semaphorin 44 associates with defective endosomal sorting and causes
it} . . - 5 . -
o~ retinal degeneration. (Tl F Y — A CORBIRFICHE LEELEORER & 7 5 Semaphorin 44 0 5%
Title
WNER)
HRIXNEDES

{B BY(Purpose})

FERE £, R M IR R A AR BRI B LR EZIEERERTH I, FOREBBRFC OV TIIRE
FH A RAH LYY, SemaphorindA (Semadd) X Z DBEEFRE~ U APBEAREHIE £ HIET 5 Ad bERAREME
DEABEFR—2EELLNTEY (Toyofuku T, Nojima S et al, GeneséDev. 2012). EEEIZ b MEEAZTH
ERENRSemad A5 T I MBERERZE LTS WS HELREINTVLS (Abid A et al, J Hed Genet. 2006) ,
T OEEIT BV TDIMSH, FI50C, R7IQD IWMORERERBFTDENATHS,

(Fike b UM ERE (Methods/Resul ts) ]

E#SemadATE A Db  ITE SHZEAE RD345N, F350C, R7T13Q2 E T AL R SemadNEH 2 EHTHBEFRE TR
(/o4 r<TR) BENETNERL., &4 PRERARELELZRETINEHRFLE, BELERFEO/ v 274
YA OWTIEHA A — T v VRIS T EHERFEE AWV TRBRFOREZ T 7,
RERERFIBDOCEFTE /) v A~V AIRECEEHEL FE L, fMoZEE Th HD3456H, RTIIUT DWW T
RREMEHERTE b o, FBOCEREROREICBT2REZMELL L 2 A, EXOREIMITHIHAZER
floiaERE I RTEET, HEENCEE-TLEILWIRELREESZ TR LTV ZLBHAERER T, KIC,
blue-native PAGE® A VWF3S0CERBEH OB ELFHE LA L Z A, ZAOBREFHICHEL., REREQSOEELE
ZLTLESTWABZ EMShods, FIOIC(A AT A LI UADOBL BT I JBREEEFHAL. TP HRES
TICRETEAREFEULEL A, AFFd =y - Fu ERLUERSICIIEEBLICATETE, FY) v ie®
BLEESIRVRATA VLR RERREESTT I B8 o7z, BIZ, SenadAd S {EEET TV EERL., B
TOBAMEBE LA EREOT I JEBOMNEOY A APEETHIZEBHALNEpof, b5 F350C
ERB/E- AL, BOBEOTF I/ BOMEOFEARZICLVEANSMNERL LY, EAONEBESBELCLE
W, EEOEE - BEEEEZ B CE T, R LTARELERIEBIT 2 EFEOBMICBETE RN, L
S5 RFEREMEOFETHE LR TANT, ¥ BRICESTIRRORBR LB, Senadd K< 7 235 X UF350C
oA RRKLT, ERTCOBRBTL O F U NAERANEESendABEAEHREL TRo L 25, HIE
BRLHEOREZARCTH I B8 TEE,

(# #&(Conclusion)]
ERIC b MEAREE AT IV TR Y bk SenalAil B 3 ABREROFHERS X U OFIBEF 2 ]
Bz L, SemadADBEBEFIHROENSF L LTOGAEERT I LICEILE,
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BEEEY. b MEEAETMEAE BV TEE AN T W Senadh8EF IR T % A Z28kZ5 RD345H, F350C, R713Q
Z2NWT, EREREREFTI /v 7 A= AR L., 4 OREENERELHRF L, &R, F£EFBCEH
TB v oA ey ASREE RS BE L, BiC, F350CERE HII350EE 07 I / BUEOEEDRAN
TV EAOMFHEENHELTEY, AFLEARICBTAEFOMMICRBETERVI LALLM Y, Zhb
DEEFHEEORBCHLE I LRRENT, £/, SemadARF= 7 ABLFBOC/ v 7 A e DALV »F W
ANAEAVCBEREREFBIT LI 25, HEAERTHEOREFFTRECTFH T LR TE, Bk, & ME
BEEETUHERSCBII 2EELREREBEEF2HLMCL, BROTRBEZRBLEEERVWERCTHY, 2o

BRECETELELLND,




