Ver 5

RERNE
TU R T707 L7 )b MEBRESEG R
[FECRIR IR A ]

HEHBHGE 202544 A 1 H

Y SR RAES

1/5



HETBE R

WETHAE Ver. | EFBRtAH VERKE VG
HBERL 2020/12/2 MIE— | R
EALEH 2022/4/1 H) 13— 4

(1) BMAEMEEEOHER O H 2023/4/1 T

intron fEIMDZ B 2024/6/1 O —

Ol [ [ W | DD | —

RREOEH 2025/4/1 # T

N[O | O | &~ W (D

2/5

\& \&
i i i
AR AR AR e

Sy
/.

it
0

/




BREEB I VR T7707 17 =)V MEBEE |

REL : [ VR 77077z MNEBREBRBEFRE ]
LR

TV R T 77 U7 =) MEGEREETIREE & SMREIC R E b 72 & TIEGERET, 5t
FYECIRBATIN 2 T, 3L & W] o0 R H o 48E 2 F 5 DD RERE - IR R &t e MK
B EAT %, HhEEAEEEER T, 4p16 ITMLET 5 EVCHEIG T, EVC2 & 5T 05
WITERT 2,

AL EVC, EVC2 % X7 a— REIR T 7 Y > & Z DD A7 Z A AFRNLiEk % |
WM — 7 = =TT L, BRI SN2 T LABEE 1%L FORe N 7 2 b,
NUYT 2V MIOWTHET S, EEHY — N — 7 o —DF7 — % OffiE RN LE
BRGET, YU —EICE XYy TV = — T =TI 21T 5, 2B RHK
K FANFED 2 ©—FEARKHE 27 7 DEEZEICE LTI mREE T of 23 B8
U — REIDORMA S — 4 o — TN 2R 72D . M4 & L, e Y4 7125
WCTIEARY T ha—T7—THRIHTEEZLDICE L UIHET 08, N7 ha—F
—TRIHTE 2o b OB LTIl Levy, £ ERiEskiamz, FroomEik & fig
HrZiBm+ 5,

Bin14 position (hg38) HGVS. ¢
EVC chr4:5747998 c. 940-150T>G (N\M_153717. 3)
(1) mEFIE

MEAHEUL L7257 A DNA 22D YT HMAEXGBE T O AESE=— R
T VL 2DA v b n BRI GENA TV F A= a b D WIEEERN
&1L (polymerase chain reaction {%, PCRYE&EWE) (2K D RME L, KA —74
YL K DBEBTESIREETV, MENREE T ARORRAE R 5, Al
MEDHDZIFANE T D0, LLEHFRWGEITHE SN DNA b T AND,
ZOGEIIE A OFEFNZ L VBT D LT 5,

(2) EBERUOHEELLE

EBICHWSON TN D FF AU 77 Lo AEHIE Ol b | AR B AR 5
DHBEZHET D,

() EREBICRIWMEEITI I L LT HREMOHH
FRIC7 L, AREIREMEEZET 2 b0 TEHY EHA,

3/5



(4)

(5)

(6)

(7)

(8)

(9)

REICETSHK
BRIRDATNC BN B A5 60 2 B LA,

HEZZFET 2HEICH > Tid, EBRTHIE 2T O HEREF OLAH
WEDEFETDH VD £H A,

BRI DEREZA
PEREREBE I TREE D B AGRIRIC SV THAIHI L AR O H LA OF
E AT D,

BAIRDERRA S
R IAT D EA AL 1D Z0# T ~ L3 BE T S -8 mssy 1 A
(B zeg fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDREFEEM:
PRIMAR T, BN E T2 A R E D

(10) BiEDRHESEM

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

(11) REKEERCRED 7~V OFERHEH

BRARAEST Z ~ I EA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EHEAE 2 FICRd,
- [EA4{k 1D

- WETOMRAEHE (REA, BAo— MRS, BRI

- [P RO E

c A KT A 2 EFOMERR

- B R E R EE

(12) BRfEZ ERAEEE 5> O AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
FEEHOEAEEZFAI &5,

4/5



T HMEIIZAMT AR 20T, EEEEICIZ S REEERT,

(13) HREBEHHE
7L

(149) REDORBH LiAA, 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

5/5



