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HETBE R

No. BETNA Ver. fitt FABA %A B VERLE ARE
1| BrEfERk 1 2020/6/15 HE— | RBE%
2 | —HEEEBGEN 2 2021/6/30 MIE— | R
3 | HALHE 3 2022/4/1 MIE— | RBE%
4 | fEIEGENN 4 2022/11/24 AMIE— | RER
5 | U)MEKEEOLHHEE OLE | 5 2023/4/1 HFOTHE | REX
6
7
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BREEE : [V—F v TV T REFERE

BEL  [V—NLF o I EERE G T RE]

B

T —)VF U TN TIEGEREL. U —F v 7L ZIEGERE (WS) 13 s L OVE R, %, W
FOEERE 2B T 278 E KB EMER A T, FEERD S 4 >Ry
Hand, TANIIRABERE 215, 11 BUXIRABER 2 2 vy, 11T B T AU B # o 52
WaOT 2, VAITEKEMEZ PR T 5, AEERIIA 7 =MlaosbicBb s 6
SDMIET (PAX3, SOX10, MITF, EDNE, EDN3 36 X T8 SNATZ) DE G Z21E5

ANRAE Tl PAXS, MITE, SNALZ, SOX10, EDNRB, EDN3 &5+ 0> % 73 7 '8 o — Rl — 2~
VL ZDWENRD AT T A AN A R — 7 2o =TT L, RIS S
72T VIVHEEE 1%LL FOfi7e— MR ER EEOFA « REICOWTHET S, HEY —
RABR AR S — 27 =D T — X DN BB AL, Yo =B bFx 7Y
— = Y —TOMNT 21T 9, IRBRBBIRK « FEAFED 3 & —FEO KRB 7
J DEEZLICE LTI E CoBBAES U — FRIOR I S — 7 2 — Tl
R, WEMNGE L, RHilgE A 7o TINU 7 ha—F—THRIHTE
EHDOIELTEMRET 20, N Ty ha—J —THRHETERP-TbDIZEL TE
s L, Fo ERUEEICIN A, FRRofEm s T Isems s,

BinT4 position(hg38) HGVS. ¢
EDN3 chr20:59300688 c. —125G>A (NM_207034. 3)
EDN3 chr20:59300794 c. —19C>A (NM_207034. 3)
EDNRB chr13:77918599 c. —26G>A (NM_000115. 5)
PAXS chr2:222221194 c. 958+28A>T (NM_181457. 4)
SOX10 chr22:37983870 c. —84-2A>T (NM_006941. 4)
SOX10 chr22:38016208 c. =31954C>T (NM_006941. 4)
S0X10 chr22:38016774 c. —32520C>G (NM_006941. 4)
(1) W®EFHE

Mg SEIL L7277 L DNA B #%8T 2MAM GBS T O A< Ha— R
T b 2DA 2 b B A T Y A B =T a b D WIIEEER
PEEYE (polymerase chain reaction 35, PCRIEEIE) 12X VM L. W —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, BRAXTE
BIE T O AMESE 2 — REIKICE T 5 —F7 v v 7 TRt Al e R BUSE BE
HWRBANEAL DA A T 5,
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(2) EMEEKOHEERE
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B 3% H LI

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

(6) BIEDTERSM:
AR TRAE D B AJPCIRFUIZ OV TS L, AREOH LiIALOE -
AR T 5,

(7) BIEDORERAR
WA ST DEA AL 1D SE# 7 ~ LS b S -8 1 A
(B zeg B RIEL M4 EDTA-2K (7213 Na) FEk7)

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

9) HREDOREFRM
PRIMAR T, TR E 7 TR E 15,

(10) BiEDRESAE
F2 (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBI UC, ARG ), REAOBRICHET S22 FAIET 5,

(11) REFREZFRORED T~V OFLHEH
BRI 7~ IR EEA L ID 72 & ONCRIKE LA 1D 2 i T 2.
RAEREEIL, YREREEORRE WA 5, ERERER 2L TIoRT,
- PEA AL D
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RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE

s A R T A ST DORERS

* e ARE AT SE R

(12) MRk % ERBEE D D FEAERERT 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
PASHENEAND T 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
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