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HE R R FVE T RS AE 1 HAR AR D BEFE DRI K 0 KN 23443 1
FEINBNWZ LI TR DEBERTH D, AEEEZ, S OIRIR & RN, KD
FBREE, /NIMRRRC Y A R =7 I E0ER A R 5, REMRLDOIINY Y 2Ty - AL
YNy (PMD) Toh b, PMD 250, T ZHE TIC LI EEDFRES L TWD,
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(2)U Yo7 R« AR R 1
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(4)18q RIRSEMRE
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(6)Hspb0 > ¥ <z (chaperon) Ji

(7)Y 79

(8) /INIZERE & A GEARTE R 2 £ 5 ONEME RN B E T AN 42 E

(9) e RVEB NI 21 5 BETE RN 2

(10) 3, e FARTE R 2 £ D REESTZ AR 4

(11) BUBERARAE PR IR . TARMEREITE AR BIE, U —F o =V EfERE, B =
AT T IR

KW AT PLPL GJC2, TUBB4A, MBP, SLC16A2, HSPD1, SLC17A5, POLR3B, FAMI1Z264, POLR3A,
SOX10 DF /X a— RiElk—= 7 V> L ZDOfisaD A7 T A AL AEE 2 KA —
I —TRHT L., BICREESNET LABE 1%L TR/ 7 o MTHOWTH
HET D, RBREBIBRE - FFAED 2 BB RB R 7 LEEZEICE L TiX
EREE TORENESE ) — RRIORIR S — 7 o —TIZREE 2R 720, iEdR s L
W, SHIEE A 2o TEIANY T ha—T7 —TRHTE L OIBE L s+
DN, N T ha—F—THRETERPoTbDICE L TIHE Ly, £7- Lt
WUINA ., FREOFEECS AT IZB N 5,

BinF4 position(hg38) HGVS. ¢

Gjc2 chrl:228149857 c. —170A>G (N\M_020435. 4)

Gjc2 chrl1:228149860 c. —167A>G (NM_020435. 4)

Gjc2 chr1:228150008 c. —20+1G>C (NM_020435. 4)

PLPI chrX:103777077-103777084 c. 4+78_4+85de1GGGGGTTC (NM_000533. 5)

PLPI chrX:103786754-103786772 c. 453+28_453+46de1 TAACAAGGGGTGGGGGA
AA (NM_000533. 5)
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PLPI chrX:103786785-103786985 c. 453+59_453+259de1201 (NM_000533. 5)
PLPI chrX:103786885 c. 453+159G>T (NM_000533. 5)
PLPI chrX:103786890 c. 453+164G>A (N\M_000533. 5)
PLPI chrX:103787476 c. 454-322G>A (N\M_000533. 5)
PLPI chrX:103787484 c. 454-314T>A (N\M_000533. 5)
PLPI chrX:103787486 c. 454-312C>G (\M_000533. 5)
POLK3A chr10:77977460 c. *18C>T (NM_007055. 4)
POLK3A chr10:78009515 c. 1909+22G>A (N\M_007055. 4)
POLK3A chr10:78009519 c. 1909+18G>A (NM_007055. 4)
POLR3A chr10:78024237 c. 645+312C>T (\M_007055. 4)
POLR3B chr12:106410811 c. 967-15A>G (N\M_018082. 6)
POLR3B chr12:106414105 c. 1101+3145C>A (NM_018082. 6)
POLR3B chr12:106437669 c. 1857-12A>G (N\M_018082. 6)
SOX10 chr22:37974240-37974250 c. 698-52_698~
42de1CTCTAACCTGC (N\M_006941. 4)
SOX10 chr22:37983870 c. —84-2A>T (NM_006941. 4)
SOX10 chr22:38016208 c. —31954C>T (N\M_006941. 4)
SOX10 chr22:38016774 c. —32520C>G (N\M_006941. 4)
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T HMEIIZAMT AR 20T, EEEEICIZ S REEERT,

(13) HREB/HHE
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(149) REDORBH LiAZ, BRWELE
NESAENENNT S DNAWIZERT  BinFiA= (0T SBEFHREE)
T292-0818 TIEWRAEHAMN T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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