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No. BETAE Ver. fitt FABA %A B TERE KRE
1| BrEfERk 1 2021/4/12 ME— | RS
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6
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REHRH :

[~V AF— « NRT v 7 FEERE)

BRE4L : [~~~ 2% — « RFT v VERERGTRE]

5L

Hermansky-Pudlak fEEREIL 1959 FRIZHD CTOREFIHE 2 L2 F = 20— ADERTD
LHNZ B2 A Th S, WHEERSHEOBBERX LG T 2 RMERTH Y, KE,
F22, IROKHEH 2 aEZNHSE (oculocutaneous albinism) & M/IMEERE R H I AE 9 H
MAE 2R L 35, —HOIEF TIIMMIEL -T2 03d Y, BIET DL L EMGT
BEBAIEDLDEINTND, SHICHBIMRCIIdH 203, WHFEMEKRKEX

(granulomatous colitis) RCBERQZEDEREET-TZL0H 5, HWEELTUE, I
FTILARL LY 9 FHORKERERFRERESNTEY, 2o DBRTFEDLY 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 H v /37 o — REEi— 7
v EZDOWGRD AT T A ZAEN R A R AR — 7 = =TT L. TR S
T VOV 1%L T Offile — S B L BV - RRIZOWTHET 5, £72, #2
Wr & U C SLC45A2, GPR143, TYRP1, TYR(7=72 L NM_000372. 5exond K TN 5 (340 [RIGEI A & 5
T2DWEINORINT D), 0CA2, MCIR & BIGFREEIT 52, T b OBIEFIZEL T
W E CIBNARBEEE N Y 7 N AR LR 2T 5, mEEHY — R — 7
Y —=DT =2 OMENBERGEIL, oL 2F vy 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 L7, (Kilae A Z7i2onTiENY 7y ha—7—TRHRIHTEZboIcBE L Tx
WET L8, N T ha—F—THRETE R b OB L TEHE L2V,
RREEEICIN R . FRCOSER S AT ISEBINT 5,

B4 position (hg38) HGVS. ¢

GPRI143 chrX:9740590 c. 885+748G>A (NM_000273. 3)

GPRI143 chrX:9743804 c. 659-131T>G (N\M_000273. 3)

HPS1 chr10:98434105 c. 399-14G>A (N\M_000195. 5)

HPS3 chr3:149170483 c. 2888-1612G>A (NM_032383. 5)

OCAZ chr15:27851486 c. 2245-11T>G (N\M_000275. 3)

0CAZ2 chr15:27989677 c. 1117-11T>A (NM_000275. 3)

0CAZ2 chr15:27989683 c. 1117-17T>C(NM_000275. 3)

0CAZ2 chr15:27990662 c. 1045-15T>G (NM_000275. 3)

0CAZ2 chr15:28022592 c. 574-19A>G (NM_000275. 3)
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SLC4542 chrb:33985072-33985075 c. —492_-489delAATG (NM_016180. 5)
SLC4542 chrb:33985660-33985661 c.—1078_-1077delGA (NM_016180. 5)
TYR chr11:89177865 c. —89T>G (NM_000372. 5)

TYR chr11:89227805 c. 1037-18T>G (N\M_000372. 5)

TYRPI chr9:12707951-12707984 c. 1262-46_1262-13de134 (\M_000550. 3)
TYRPI chr9:12708278 c. 1408+135G>C (N\M_000550. 3)

(1) BWEFHIE

(2)

(3)

(4)

(5)

(6)

(M)

M SEML L7257 5 DNA D2, ST DRER QBB O AEX<Ea— R
T Y L EDA v ha VR NA TV EA B a3 D W ITEERRY
&% (polymerase chain reaction %, PCRELNE) ITX VIRME L., kiR —7r
P —HL50EF Y BT Y = L KD BB TEIIREEZ TV, AR
RO AELE a— RERICEBT 5 > —7 v v v 7 TR aTRE e (K B E
BRI DOFEL BRI 5,

EYEE R O B 2L
EBIHN BN TWDE b7 AU 7 7 Lo ARSI E O b | (R HBIHEZE R
DAL HET B

EREBEICRABREEITI 2 L LT AREMEOKEA
BRiZ72 L, AREIXBREMEZ2ETHHL0THEH Y THA,

REICET S HE
BRARDATIZ B2 H A5 60 B 2 B BAN,

HEZEFLET DHRITH o T, EBRICRIE LT 5 HERER DA
BIEDOZFLTH Y EH A

TR DERESGA:
BT TR D B ESRIRIUC SO THICHM L AREDH LiAAOE L
EHERT 5,

R DIREUR AR
WEFTHEAT DEEA L ID 7Ll 7~V NI S 7B 1| A
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(ELZe B B PRER I 45 EDTA-2K (7213 Na) HEhr)

(8) MIEDREE
M 1nL A bR Y %,

9) MIEDORESRH
BRIMARIE, SO 7 TR T %

(10) BiEDRHEAE
FE (7). (8). (9) ZEEFTHREICHONT, HIC AN TEEIC TAFICHKET S
(MEZE LT, ARG ), REAOBRICRET L2 L2 FAIET 5,

(11) REEKEERCBRED T XNV OFLHER
FARREAT Z ~ U IXEA AL 1D 72 B ONCHRIRE B 1D 2 5tdd 2,
MRAKEE L, YREREREORREFERT 5, E20EEA 2 FICRd,
- [EA4{k 1D
- METOREHE (REA, BAio— FES. BRI
- PR PO TE
« HA KT A BEFORER
- G R E R EE

(12) RRix% EFRBEE D DR AERER MLOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DICET 5 FFH
FEHOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e TR A (R T

(13) HREFH
7L

(14) REDOKH LiAA, BEWEbE
NAEMEEANDT S DNABIZERT  BinTHA=E (O B TFHRE=)
T292-0818 THEWRAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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