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FOOFREELRHEE T DM B afREMEERRIERBA T, BEERN G 4 >R
HEnD, TANTIRABER 215, 11T BUIARABERR 2 Z0vy, 11T BUE T AT HjE#& oo B
WaiRT 2, VAIZEKRKREMEZ IR T 5, ARRIIA 7 =MlaossbicBdibn 5 6
SDMIET (PAX3, SOX10, MITF, EDNR, EDN3 38 X U8 SNAT2) DR HZ21E5

ANRAE Tl PAXS, MITE, SNALZ, SOX10, EDNRB, EDN3 &5+ 0> % 73 7 '8 o — Rl — 2~
VoL EDWGGED AT T A AR A R — 7 = — T L, RIS
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
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B4 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)
PAX3 chr2:222221194 c. 958+28A>T (NM_181457. 4)
SO0X10 chr22:37974240-37974250 c. 698-52_698-

42delCTCTAACCTGC (NM_006941. 4)

S0X10 chr22:37983870 c. —84-2A>T (NM_006941. 4)
SO0X10 chr22:38016208 c. —31954C>T (NM_006941. 4)
SO0X10 chr22:38016774 c. —32520C>G (NM_006941. 4)
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E-mail : onjk@kazusa. or. jp

5/5



