A RN E
(A= U AF— « XK T v VSRR T RA)
[ PR k)

EFHBHAG R 202344 H 1 H

Ver 4

1/5



HETBE R

No. BETNA Ver. | f{EMBA%AA VERLE ARE
1| BrEfERk 1 2021/4/12 HE— | RBE%
2 | FHALHE 2 2022/4/1 MIE— | R
3| fEsEGEM 3 2022/11/24 AMIE— | RER
4 | A)MEKEEOTLHHEEOLE | 4 2023/4/1 FRTE AR
5
6
7

2/5




BEEH : [~w 2% — « XFT v 7 iEFERE]

BREL : [~~~ 2% — « RFT v VERERGTRE]

B

Hermansky-Pudlak SEMEHEIL 1959 4EICH)O COREFIREZ LT = 2D ADERTD
LHNZ B2 A Th S, WHEERSHEOBBERX LG T 2 RMERTH Y, KE,
EE, IROFFEH R AFEBHE (oculocutaneous albinism) & i/ MRIEREEE IZHE S H
MAE 2R L 35, —HOIEF TIIMMIEL -T2 03d Y, BIET DL L EMGT
BEEAIED LI TWVWD, S OIZHEMRK CIEXH 523, WIHFMEMEKXER

(granulomatous colitis) RCBERQREDEREET-T 205, HWEELTL, I

FTILARL LY 9 FHOFEEREFRERESNTEY, 2o DBRTFEMTY VY
— LBHH/NERE (lysosome-related organelles; LROs) & FEIEAL D MifaN DOFEE DR
EHEICBEET S STV D

AR CTIL AP3BI1, HPS1, HPS3, HPS4, HPS5, HPS6 & fn~+ D # v /37 o — REEi— 7
v EZDOWGRD AT T A ZAEN R A R AR — 7 = =TT L. TR S
T VOVBEEE 1%LN T OffiZe — B L WA « RRIZOWTHRET 5, 72, El2
Wr & U C SLC45A2, GPR143, TYRPL, TYR(7=72 L NM_000372. 5exond K TN 5 (340 [RIGEI A & 5
T2DWIEINOBRINT D), 0CA2, MCIR b BIGFREZIT 52, T b OBIEFIZBEL T
Wt E EFBNARBEEE N Y 7 2 N AR L7e R 2 NT 5, mEEHY — Rk — 7
Y —=DFT =2 OMENBERGEIE, P 2F Yy T == ¥ —T
DT 24T 9 REBRBIERE « FHANFED 2 B —BEL KB R T ) DEEZE I B
L CIEEEE TOREAEHY — FRORIMR Y — 7 o —TIIREE R 720 WiExT5:
E L2, BT A 712>\ TEIARNY Ty ha—7—TCRHETEZH01I2BE L TX
WETLN, N T ha—F—THRIETERPoTbDIZE L TUTHE LR, 72
ERRESEIRICIN X . TRCOSEIR b AENTIZEINT S,

BinTt4 position(hg38) HGVS. ¢

GPR143 chrX:9740590 c. 885+748G>A (NM_000273. 3)
GPR143 chrX:9743804 c. 659-131T>G (NM_000273. 3)
HPS1 chr10:98434105 c. 399-14G>A (NM_000195. 5)
HPSS chr3:149170483 c. 2888-1612G>A (NM_032383. 5)
OCAZ chr15:27851486 c. 2245-11T>G (N\M_000275. 3)
OCAZ chr15:27989677 c. 1117-11T>A (N\M_000275. 3)
0CAZ chr15:27989683 c. 1117-17T>C(NM_000275. 3)
0CAZ chr15:27990662 c. 1045-15T>G (NM_000275. 3)
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(1)

(2)

(3)

(4)

(5)

(6)

(7)

(8)

O0CAZ2 chr15:28022592 c. 574-19A>G (N\M_000275. 3)

TYR chr11:89227805 c. 1037-18T>G (N\M_000372. 5)
TYR chr11:89278565 c. 1185-6208A>G (N\M_000372. 5)
REHIE

M SEML L72S ) L DNA DD %S DRERNRBIZF OIS Ea— R
TERT s Y DA v hr VBRI ENA TV XA B g v D WITEERRY
i EE (polymerase chain reaction ¥, PCRIE&EME) (CX VML, ity —4
Y= NNEF Y ET Y = — T UL LD BE R EEZITV, R XTR
AR DI EL E 2 — RSB 5> —7 v v v 7 TR arE e (R B FE
WSRO F AT 5,

VM R OV B E
ERERICHW SN TWD e RF 2 AU 77 Lo ARSI E O G | AR B B
DOHF A HET D,

EREEICRIREZITO 2 L T OREMEOHEH
BRI L, AREIREMEEZET 2 b0 TIEH Y EHA,

RECET L HEK
AR ARFTIC RV 2 B 25 60 & 2 H DL,

HEZRFET IHEICH - Tid, ERICHEZIT 5 HEREFT DL
WEDOZFTH Y £ A

R DERER A
EHHERAIC TRA D B RIRIRFUC DV THICHB L ARED H LiAZ 0 E L
A

AN A BT
WREF ST DO EA AL 1D SE# 7~V s AEAF S -8y 1 AR
(B e fRIEL M AS EDTA-2K (F 7213 Na) FEf7)

BAEDOREE
I ImL LA b 2R3 5.,
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9) RBiEDORESRME
PRIMAR L, BT T2 1A R E T D

(10) BiIEDREHEAE
FE (7). (8). (9) % FRKIZOWT, FIZ AN CEEIC TARTICHET S
(WEITE U T, RAKIORMES ), FEBOBRICHETS 2 L4 EAET 5,

(11) MEEKEEFERORED T NV OEREH
BRIRAEST Z ~UZIXEA AL 1D 72 5 ONTRRIAEELH 1D 2 fiil 3 5,
MRAKEEIL, YAREREREORREFERT 5, E20EEE 2 FICrRd,
- [EA4{E 1D
- METOREHE (BREA, BAio— FES. BRI
- PRI R TE
« HA KT A BEFORER
- FHRE AT e E

(12) Bz ERBE D CEAERERN OB EREFNICHEZKET 2HEIC
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOFAEELFAIE T 5,

LR H IS AR DT, EREBEICIT TR 2T

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHiA=E (O SEEFHRES)
T292-0818 TIEW AR HHIA S 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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