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Synopsis of Thesis
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Epa e Novel BEST! mutation in autosomal recessive bestrophinopathy in Japanese siblings
Titl . it =
T | (EAAORBTRRE AU H YGRS tbes trophinoalhyic B B FHRBEST AR T R)
WMXHECES

(B AJ(Purpose)]

M OENEBTHLME A AT s —REACEESABOBBEHEELET ARETH DM, 20RO LD
kg tbes Lrophinopathy (ARR) IZMEMAHE LAIZTEE S DBestrophing NS BUCEBAE T, BB Tk & 3
BB SEAECAREBTHED, HEAQARBOPRHFIZME & LG U TpEizdad, FWHERROIERERD
RENEEII FHEOMEEEZECA S THREREATHH. ZORVERFTRED S UHERRE TRER DT,
MOBHEENEDNEDEMERE EMBEORHZT S EMILEREMREEZT 272,

(H 75 5 TN RE T (Methods/Results))

BEBETHHABICKRERBIFRHIEA < ABEEETES ThoK. Lo LBRERRE T, B O
WCURTAFMRELTEY. BIRTRE B REmEaFRHICEB S BERADEMEBEESLILTTH -
f=. FEBUER (ERG) MIETHMBEMIEOEER FRED SN, ABRECEARICHFRIHIT <, liikETD
AE D B B ETh o .

BRENRE LT D IIREEETHH ZIMERERORE E-TOk. MEl. BHFOHEXFOE 7 HOMKEF
WL, 2T 7V-LATET . TOHEE. THOERFICNIFETOERNL DAY, TORhSHRAEY]
BEFTRBEEEIGREO O TRET 2 EGHEMOERIZEVAENSE, £, TORASIRICETAERTHREL
R, WMEBRBIZOARFEST/ BMETiIZp. PhelblCys&n Alalb0Prodbi-atlelicEREFFHITH I LML M -7,
p. Phels ICysid A TR THD TH I > FRAMESTRBTERTH L Z ERDM 7. p PheldlCysé
p. AlalBOPIO® 2 DM E A AL RS E BB THEICREINTWAT I /BEFEITH Y. PolyPhen
R EFo R, TS OERIZPEST/ BETHRI— BT BBestrophing /87 B OHRER BB & ¢ 25 nlgetE At
BN EMFEBENE, ERBEOBETRBIUHESESARBORME BT L0, ZOBE2HZEMNE
Bl

(# {&(Conclusion))

FIFERBICE 0. HRA BESTI BBRTERMUEATHO TR DM o/, HEATO FEST] BETEROBER
JeHic i ETHEHMH S, BAAG AR ZRIZEL TIE 2016 412 p. Alalb0Pro BRP|EINTHEN, O
BOFEMIE p. Alalb0Pro & p Alal95Val @ bi-allelic ZETH D, BKFARIIBBM TiEOR #H 0 % THRIHEBLFE
BAa<BAE BREBREREHE THo. ZOI EMSERKTHAIZA DN -/ p. Phel51lys BRI HHIFTNT
LEAETFTICHELTWAEEA LGNS,

Bestrophin® > /N7 HIFCAEMECIF+ RN TH D, F v x NV OBRMAIZEEE T 5 HE A7 eck) iZp. Phelbl,
p. AlalB0, p. Alal8bd 7 3 /AT B, T0OED, ZOWMETOT I /EBERREF v XVHFOBEESEE B
5L, ARBOFIEIZDANSE I EMELSNS, ARBIIFHMERETHCbi-allel icBREFHFDBEORKT R ELET
AT LWENEMTH AN, ARSI I ERTH S7-0p PheldiCys &p Alalb0Pro®bi-allel ic B R ORI

(REIFH., BB - £WMERE) Ok (BREEOME 2RCARTERLITALI 0D, RMERRRER
HRFENEELI SN,

BEST! m-TrEARBUAAMIC bAAS BRI R a7« (BVHD) . REABBRE D X 17 « — AVID) . ¥k B R
TR ADVIRG) . SMAETME RP) ORECHEL TWANERBEIINSOEBTAEES Y.
genotype-phenotypelZ Bl SMRIE NS DFEOEBPIZETHEETHLIEEALND,
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WHY A a7 0 — 3O BBER A RS AEEBTH LA, BREHR LEICRET HBESTIRETORE T, -0
FERBRETH LEZZ 5 TVWA, ZORBOFEMET EMEOBFRERERA LTSz, BBBETHD I
MAEROREEFOE, WE., BFOAXBOE 740MEEERL, Dxy V- AR EITo7, 7HOWBRELC
Ko F R OERP L2500, TOPpOIRCBESAER TR LN, BB SIZOABESTIE{RE-{2Phe151Cys
L Alal60Prodbi-allelic B EFTHZ & EWE M Lz, BT HPhels1CysiTHER CHI& T R-2F 72BESTIRIE T %
BTHDH, BestrophinZ A7 T Ca2TEMRCIF v R Th D, AEO I A AERIIE L Lo, Fyan
ORI B 5 5 S EE AT (heck) D7 L /BB THBZ L h, ZTNEOTERIZL - TBestrophin®F ¥ F /b
BREAME SR AWREEAEBCEL LN, TNOOIFRERL, MESA 7 4 —OMRAOAR=ALEELD

ECTERELFERRETHY, SEICHETLLEALSND,




