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BREEH : T~V —ABREFIE]

BREL : [~ F 2y Y — bUREARERE FRE]

B

AOVFF T Y — BIFITHIEN VA X Y — D RTET DR - X X T OB IR
JEE, TNOEDH LT e rYL A Y — N JRHE S D 72D B R PEX Z VX7 D
BARFREIE (VA XY — AR O 220127 bhd, ZhbDOBIE TR
WIZ K DR 22V A F 2 — DGR SRS SHL, FRARR 2 DI 5 & 70 D i
FCEFE LR L CEIGIC DT 2R G A2 T 5, ~AX v Y — AR EFERE (PEX #&
BFREE) 1X(1)Y = v _"— 0 —fEERE (2)HERMEEAES A e 7 40—
(BVFHR Vv 7 a9 (4)BMELREETERBRE 18R, 5% (Rhizomelic
chondrodysplasia punctate typel, 5 : RCDP typel,5) Z&de,

K W & T X PEXI, PEX2, PEX3, PEX5, PEX5L, PEX6, PEX7, PEX10, PEX12, PEX13, PEX14,
PEX16, PEX19, PEX26 BT DX /X7 Ha— Rk~ 7 Y & Z DM DA77 A4 AH
PRI A AR Y — 7 = — T L, EICHR ST LVEEE 1%L FO/Mi7z2—
WS EL L BN« REIZOWTHRET D, Y — MK — 7 o —n7F—
B DWTENMEIRGENT, Vo =B L DX BTV == U —TONT 2479,
IR RBIBER I - FEAFED 2 B — BRI 7 LEEZEICE LTI C
ORI — RO — 7 o —CIIR 7o, Msktg s Lz, (K4
JAESF A ZIZONTEANI Ty ha—F7—TRIETE DI L TS T 558, A
U7 v ha—7—CTHRINTE 0o b DI L TiEHE Ly, 7ok EREfEm st o
TRUFEIBIZ O W T HIRBEE N Y 7 v "R H 5 T2 HEIZITMmE T 5,

B4 position (hg38) HGVS. ¢
PEXZ chr8:76984197 c. —17-2A>G (NM_000318)
PEX6 chr6:42966120 c. 2301-15C>G  (NM_000287)
PEX6 chr6:42966214 c. 2300+28G>A (NM_000287)
PEX7 chr6:136822621 c. —45C>T (NM_000288)

(1) WmEFE

MENAHEUL LIS 7 S5 DNA D 24T DA RBIFOTAESEa—
T Y L EDA v hr R NA T XA B g D WITEERR
&k (polymerase chain reaction #, PCRIEEME) ICXVRME L., AR —7
Y —HDH0NEF v BTV —— I K ABE TR EZITV., A xS
BT O AELE a— REBRICEIT 5 > — 7 v v v 7 TR T RE 2 BB E
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ARSI AL OF LT 2,

(2) EMEEKOHEERE
EERINZHAWSNTWDE F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITREMEZET L0 TIEIH Y THA,

(4) RECETSEK
TRIEDAFIT IO A 225 60 E 3 A LI,

(6) HEZEFETIHEITH o T, RERICHEEAT ) BWEREFTOLH
HEDFEFELH Y FH A,

(6) BIEDTERSM:
AR TRE D B AJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
WREF ST D EA AL 1D FE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEf7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) HREDOREFRM
PRIMAR T, TR IE £ 7 TR E T 5.

(10) BiEDRESAE
F2 (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MEITE LT, RAKIOEMS ), FBEBOBRICHET D Z L2 FHIE T 5,

(11) REEREERUOBRED 7~ VOFEHEE
BRIRBE F ~ IR E AL TD 72 5 ONCHRIASERA 1D 2 30#k4 5,
RAEREEIT, YRERBTEOMRAHHT 2, TATEEE 20 FIoRT,

4/5



- [E4 AL 1D

RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE

s A R T A ST DORERS

* e ARE AT SE R

(12) MRk % ERBEE D D HEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBLAEZA IR ATRO T, EREEBIC I e R A (2T

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEANDT S DNABFZERT Bl FAE (O B FRA=)
T292-0818 TR AR T2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

5/5



