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RERE : | BRERMBERHRASE |
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Fe R R VBT RN E (FPHX AR R O REEE D TE AR 2T L 0 KA E 23+ 1o
HINBNWZ LIZ > TRIDIEGEHTH D, HEEZ O OIRIR & FEEH, 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,

(1)ARYY 2T R AT I8y N

(2)U Yo7 R« AR R 1

(3) BLJEAZ ] OV NI ZE R 2 £F D BRI BN 4

(4)18q RIRSEMRE

(5)T Z v e ~—r Ry« X R —JEERE

(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) 7, e FARTE R 2 £ D BEESTZ AR A

(1) BEBERR RS AR . FARMEBEI R A 2E, U —TF v N —JIEERE, Bv o
AT T IR

KW AT PLPL GJC2, TUBB4A, MBP, SLC16A2, HSPD1, SLC17A5, POLR3B, FAMI1Z264, POLR3A,
SOX10 DF /X a— RE ™7 Vo L ZDORisaD 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 RS LEEZEICE LT
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+
LM, NUT v ha—F—THRHTERDo7= OB L TEEE Ly, 2ok it
LSO FRLEEIBICOW T BARBHE AN Y 7 3B o e AT ST 5.

B4 position (hg38) HGVS. ¢

Gjc2 chr1:228149857 c. —170A>G (NM_020435. 4)
Gjc2 chrl1:228149860 c. —167A>G (NM_020435. 4)
Gjc2 chr1:228150008 c. —20+1G>C (N\M_020435. 4)
PLPI chrX:103786885 c. 453+159G>A (N\M_000533. 5)
PLPI chrX:103786890 c. 453+164G>A (N\M_000533. 5)
PLPI chrX:103787476 c. 454-322G>A (N\M_000533. 5)
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PLPI chrX:103787484 c. 454-314T>A, G (NM_000533. 5)
PLPI chrX:103787486 c. 454-312C>G (NM_000533. 5)
POLR3A chr10:77977460 c. *18C>T (N\M_007055. 4)
POLR3A chr10:78009515 c. 1909+22G>A (N\M_007055. 4)
POLR3A chr10:78009519 c. 1909+18G>A (N\M_007055. 4)
POLR3A chr10:78024237 c. 645+312C>T (\M_007055. 4)
POLR3B chr12:106410811 c. 967-15A>G (N\M_018082. 6)
POLR3B chr12:106437669 c. 1857-12A>G (N\M_018082. 6)
SOX10 chr22:37983870 c. —84-2A>T (N\M_006941. 4)
SOX10 chr22:38016208 c. —31954C>T (N\M_006941. 4)
SOX10 chr22:38016774 c. =32520C>G (N\M_006941. 4)
(1) REFHIE

(2)

(3)

(4)

(5)

(6)

Mg SEI L7277 L DNA B 8T 2RAMGEIEF O A Ha— R
TERT 7 Y DA v hr VBRI SENA T I XA B g D WITEERRY
MEYE (polymerase chain reaction %, PCRIEEEE) X VM L. Wiy —4
Y —HH0EF v BT Y = — I K ABE PRSI EZITV., A xS
BARF DT AT <E 27— REEBUC 3T DA BB O SRS O B2 f
%o JFAIMEDOHDZ T AN LT L0, RLE/RRVGEITHE S L2 DNA b0
AND, ZOEGETEA OFEFIZL VT LD ET 5,

FLVEME K OV e e
EREICHW SN TWD e R AU 77 L ARSI E O G | AR B B
DOHF A HET D,

EEEEICRAMEEZITO Z & T AREMEOEKHA
FRIZ72 L, AREIIBREMZET 20 TIEH Y TH A,

RECET L HEK
AR ARFTIC RV 2 B 25 60 & 2 H DL,

HEZERFET 2B H o TX, ERICHEZAT 5 HEREFT DL
HEDZEFETH D 8 A
AR DEREL A

EFFEEAZ TR D A RIRCIRAUC OV THRIZHA L AREDOH LIAZOER
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ZHERT %,

(7) BEORBRELR
WRETREAT DFEA AL 1D Rl 7~V SRR S U7 B 1A
(22 BRI & EDTA-2K (£ 7213 Na) JHKL)

(8) MIEDREE
M 1nL A b2 R Y %

9) BMIEDORESRMA
BRIMARIE, S0 7 TR T %

(10) RRfEDRHFM:
FE (7). (8), (9) W THRIKICONT, FIC AN TRIRIC TAHICRET
(BEITIE LT, RGAIOFRIAS AT, FEEAOBRRICEHFT D Z L&KL T 5,

(11) MEEEEROBRED T XNV OFEREH
BARBES T~ U IZEEAE 1D 722 & ONSHRAEERA 1D 250895,
BRAEEEEIL, YRERBEOHRXEZEAT 5, EREHREH 2L FIIRT,
- [EA4{k 1D
- LT HMAHE (EEAL, Ao — RES. BRI
- RIS
« A KT A 2 FORETR
- FEOREEA S E R

(12) s % BB DR AERER MMOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DITET 5 FFH
FEHOBABE LRI LT D,

TRBLAEZ AR ARO T, EREEBIC T e R A (R T,

(13) HREFH
7L

(14) BEOBH LiAA, BEWE LY
NS EIEANDT & DNAFEFT Bia A= (07 SEETFRER)
T292-0818 THERAFEHRT T Z8E 2 TH 5-23
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https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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