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A Japanese family with autosomal dominant oculocutaneous albinism type 4.
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IRBE R BZEE (OCA) (E, &8 DIRAHKIE Lfix OIRMEL 2+ 2R EMRRAT, HEE L2558
GFRRBIZEDE OCAIB~THOY T H# A4 FIZHEENTWS, FRaEEMIERE Sh, %
A EMREOCAIRE P CREABESR TRV, SE, b hTHIWH CE I A REMLEOCA
LR EN-HARAAERERETS.

14 R EREE L LT3R AFREB/E LIZER, 19 A 16 MCEBHERRK & E&
RELZRD, SAPREETHo/. BE 14 AL EHH 3 ADDNADF /) AT 4 K SNP fight (i
SUEAT) Jo L OMERBET ORI 21TV, 7 I /7 BERIC L B3EMEIZ 2T Polyphen-2,
SIFT, PROVEAN, Mutation Taster TFELI L 7.

BE 16 ADBRKRIERITE L Tho /o, MM T 5 B @ARENE 13.313.11IC LOD 2 a7
2.00~3.56 O Z B =, FRNICH D OCA 4 WFHEMBET SLOL5A2 DEFINHT TIE,
B 14 ATHRER c.208T>C AT rES TRIBE N, @EFH 3 AR S otz =
DERIZAARAANCHONLWERTHY, YO RBEER A A CNOBECHEEEES AT I
B Téh -7, Polyphen-2, SIFT, PROVEAN, Mutation Taster TOHEHET I Ci3fIEL B2
KAMEENTL. 72U BERBEES (ACMG) 1 FF 4 2 Cit likely pathogenic 12323 L, . LA
&Y, AFRREFREAGEERE OCA4R LB L.

SLC45A2 {57 2 — N3 5 Membrane-associated transporter protein (MATP) it 2 5=
AR B ST DR & o2 T, RO sucrose/proton ifiREF /22 @ homologue TH 5.
YT, FB1HMRAL—T D LE 2EEE R A A VAHEH ARBERE SN ZBENE{LT 3
E, Hha RBEREEESBAET S, MATP O Y70 b ZOMEICMBET I EmnE, Y70H BRIC
KO EEEFREEE L, BEMIEA TV ARBEESND HEI L. AEZRDO OCA BEITiT
ERARER S TRIEA L —AREBIB 1R WE L H ok, HFUEEH (OCT) TORBER
RRITEFITHRIBETE 2. BB TIIRE OCA BREL SNATHERSH Y, BFIEERTFEEIT I
Wi, BEEER OCT MENE LD THEATHLD L Bbhr. '

ATFZE,  ¢.208T>C ERIC L 5 HRAKEEER OCAFR % b M THUHTHRE LHHEH 5
WMETHB.
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PAHES AR OLMRBERLTV, EBERBLLMEDHB, Fik, BR, 8T
LUF OB &5 7.

LD [E TD 0CA4 DMETHE, FL L HICIBRIERDD, R UERIBA DD,

T>C EROFMERILIE SAGR T ETITo =D . )

(SNP)} genotyping system ¥R D &2 % T% [1lumina GenomeStudio TF - 7= D>,
B FHMED 4 > OMHT OBIIMH, Ttk & B - SMEREIZEBE T 2 0 b, ‘
HEFEAT T 1L 9eM D ED L SIT T.2MIZIR VAR, FIhB ED L S 12 LT SLC45A2 25V AA

DD, EOERITH HMOBEFETZEZ LN OO,

BRTFERMBAME, BEEEEWD Z L ICEENH DO,

0CAl TRFaF—EZ20bLDICERBH DA, SLC45AZ bF a v —FPICBENRH DD,

Misrouting & SLC45A2 R & OEAIRIIMTA.

OCT D Z A TR DERRIERCIREIHY T A — & — DIz H 52

OCT DFE—% A 7T, WRERSY, RBEYREH T A —F —{T variation B R &3 Ok
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S LCBETREE LIRRMRST (BBEEEE, IBERE) L2823 in vitrosi
in vivo MER - WIFEIIEET M2
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OCT DRBUWFNHEE L= B4, HNEH, ﬁrﬁﬁﬁkLT@%&%Q%itm%@%ummbrw
DO, ZTOBFEDREIGIEE D B

INDOHEREEX LT, B EMIOEIcEE L. Lo TEERBOABORER, HHEL
TAIRGHERE LBE L.
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