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FA i LEH Three novel mutations in the X-linked juvenile retinoschisis (XLRS1) gene
and a novel homozygous mutation in the fundus albipunctatus (RDH5) gene.
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EHEMEMESBEHE (X - linkedjuvenile retinoschisis : XLRS) & HMUIRIRE (Fundusalbipunctatus : FA) i,
WIS BREETERREEZEGRETSH D, XLRS IS EEEESN, FA XFRBESEEEERTH 5,
FRARAYIZ, XLRS ZHEEH OEOEMIRERBEECIREELBOKABKRE(LI RO 6N, —F, FAIR
REICHEENZASZEDLIERELEREO—HFRH L SN TV, WTFNOERBLGAICENETE &4
L, ZBFEHIZIEIHEWERRAE 2D 2 L% v, £, BEERET L L THHETIZXLRSLERTH, BET
X RDOHS B FARES N, UBENTNOBEFEEISRESNTWEY, TOEGZFREERFM LD
MBIERZHS TR L, EROERIFIN TS, SHEFKTLIE, XIRSEHETLIHEAAIRTRREFAR
FTHHEAN2RRIIBVT, ZORKHE L BEFREME L2, F72, XLRSO 1BHIERREEL LT
Turner fEfEfE 2 A L, RHABEI LW TH ) AL HEESEREERORERLZRIE L2, WO THRIER
TH b,

& EFHE)

XLRS Oxf%id, 3FRFZENIH, BB 6L LRRABELEZONA 3B TH B, FADWRIL, 2KFEDH
L, BREE2RLMRRBLEIONI 28 TH D, st 13BICK L, #7, B, MPEATEME, MENHER
B, EOLBREER 2 SRS UCRMNERREZFEITL, AEOHB LN FEME DS 6 410 LgEERR
EE2ER LIz, F/2XFIL S informedeonsent & 72, EEORBMARIL, 7/ A DNA 2l L7z,
BESRE @ primer % AV, XLRS 2B Tid XLRSL BIZF D 6 2 Exon i (—#F Intron I b &) %,
FA 123\ Tid RDH5 #1E T 4 O Exon $i% PCRIEICTHIRL 72, 0%, PCREWZ M -BRL,
Dye Terminator 2 TR # BEEFRE L. EEOERE I N7 Exon IZB LTI, sense $8 & antisense
BOWHOWEEEF % FE L7z, F72 Control & LT, MED R WEFEE 30 & D[ Exon EIBOEIELRTH
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FE L7z
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XLRS : §XRTOFEWmE D, FLOEOEMRERFEE CIREFLBOKAGKRENEZR L TwD, &
BEOWESBEEIZHAL P TE oz, £72, WRENKRELEBTE24KITBVTE, Wbl
Y 7 negativebwave A B2 L, BEHEIZER L7z EEFEERFIITE, TNEThORRAOERE D
XLRS1#fZF 2, nonsense Z £ (Trp96stop), splice donor site 5% (522 + 1g —a), missense Z & (Lys167Asn)
DHERREN, WINLFTHERETH -7 TNEFNOREEE, BHEDET HERE% heterozygous IZH
LTEY, HFESEEEEIEREI N,

A REmE22Ed, BRI OHEEFEEIRICATCEENZEAAZALTEY, W1LIXKENYE
MRERERED R L T, ILMEERRETE, 282 L IBIEEEICHFREREOTFWHEIER S
770 BIEFEERKRFIITUL, FRFhOFEEE O RDHS BIZF12, FT# missense FEFEASEE (Glyl07Arg),
BENTOEAER (Arg280His, Leu310GluVal) 2SHER I N7z #NFNOREEER, BREOETHE
B D—J DA% heterozygous IZH L TWiz, BEHE 0 ZOMELRFICIE, EREERGVINLEEINLE
o720

(EE)

EEVRESBEEOBREN T HEBZIGPRICROONE DS, HOBEIRABZ IO L
79 %, XLRS1 #BfZFA33— K3 5 retinoschisin 12 224 7 2 VB L2 D), HHMRCHBEANRBIZEEL,
Ml EMROBEICEELREHERZL TR EEZ 6N TV S, Trp96stop R IIR# 7% retinoschisin %
ylobgEEZON, /2522 + lg—aZE T splicing \[CHET L EEZ 555, XLRSI mRNA OFH
BHBEDORTH D720, HHEIIWREETH S, Lysl67Asn ZR % H T AEFIL, missense EETH 5 720H
BRRIICEE T2, O LRFEFICHEIRE:. —7, HARBRERFETEOERFEMEELEZ R
bNTED, HEFEMICHATZ PO T4 — 26T 2ERAIRESN, REOBMENELYOOH 5,
RDH5 #{ZFA32 — F§ 5 11-cis retinol dehydrogenase 13 318 D7 I JW» 5k ), WEAE LEHEIZE
BLUu N7y v OBEIIHEST 5, SEOFEREGER (Glyl07Arg) OERIZ, XEEHREREERELES
HTHIEAEFITH Y, ETHEOHMIRBEERE Q&I EETEHVPREERATH -7,

EEZORBEROEE

RIFFEIL, HEMEREESEE L AARIREZ R E LBERE & BEFR2ANZLOTH 5, BEEE
BROBRELZHETAHRAIRRIBVTIDOHBERTERLHERL, Turner EEHEEFT 570
%‘lﬁﬁ{zﬁ;iw)ji#i%éy‘fbf’iﬁﬁﬁfw IDOVWTHHELTW5, /2, HEAKIREZETAHEAA2ER

ZBWT, 120FBRFEHEGERLEREOEENTUBEAGERZHAL, ETEAARKEELL 0%
A ’1511:? SWIPERTH DI EERR LTIz, BEVIFROBEFHEEOEANICL, REOBETREEBHMO
HEEZRBDE LA RTH Y, RFFIEZO—HEHE ) bOL LTEHETE S,

EoT, FHIIHEL (BE) ORME2ZTICTHREREETHILOLEAD b,
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