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B4 position (hg38) HGVS. ¢

LAMPZ chrX:120469070 c. 64+36C>T (N\M_002294. 3)
LAMPZ chrX:120470223 c. —1054A>C (NM_002294. 3)
VMAZ1 chrX:151397299 c. —10C>T (N\M_001017980. 4)
VMAZ1 chrX:151403604 c. 54-27A>T (N\M_001017980. 4)
VMAZ1 chrX:151404896 c. 164-20T>A (NM_001017980. 4)
VMAZ21 chrX:151405064 c. ¥6A>G (NM_001017980. 4)

(1) W®EFHE

MR HEML L7277 5DNA 2B %8 DA RBImF O AMESEa—F
T b 2DA 2 b UBERE nA T Y A B = a B D WVIIEEER
PEEYE (polymerase chain reaction 35, PCRIEENE) 12X VML, I —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, BRAXTE
BIE T O AVESE 2 — RIS T 52— v v 7 TRt Al e R BUSE BE
BN EALDOF A RS 5,

(2) EMBERUHEEE
EEMICHN SN TNDE M7 5 Y 77 Lo RS O R | (KB R

3/5



(3)

(4)

(5)

(6)

(7)

(8)

(9)

DHEBEZHES D,

EREBEICRAEEITO Z L LT aREMEOHHA
FriZa L, AREITREMEZET L0 TIEH Y THA,

REICETSHK
BRIRDATNC BN B A5 60 52 B LA,

AEZZFET HHEITH o TiE, EERCHEEAT 5 FEREFT DL
HEDEFELH Y F A,

/ AENPE AN s
FERHERIC TR O HBRCERFUC DWW T HSICitA L, AKBEOH LIAZRDOE R
T HERT A,

BAIRDERRA S
WRETESAT D EA AL 1D S0# 7~V s AE A S -8 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BAEDORRE
I ImL LA b 2R3 5.,

RIE DRI
PRIMAR T, TR IE £ T TR E T 5,

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIMS ), FEEHOBRICEET L Z L z2FAlE T 5,

(11) MEKEERORIED T~V OTLHEH

FRIRREAT 7~ ITEA L 1D 70 & QNSRS BEA 1D 2 5tk 7 5.
MRARIEHE L, YRESEEORX AT 5, EREHEIEE 2L TITRT,
- B4k 1D

- WETOMRAEHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR

4/5



(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREBEHHE
7L

(14) REOBH LiAA, BRWEb#E
PASENEANDT S DNABFZERT B FiAsE (O B FRA=)
T292-0818 T AR H M2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

5/5



