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WETBE R

No. BETNA Ver. | fEFBLER | EREE TR
1| B ERL 1 2018/7/30 | MJITE— | #k TH&
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | M)INE— | SRE%
3 | IFITM5 o 5° UTR fEssaEn 3 2020/1/8 | fIE— | KB
4 | LRP6, SEC24D 381N 4 2020/2/1 | M)INE— | SRER
5 | Bz TOEE 5 2020/4/1 | MJIRE— | KRB
6 | MBTPS2 HIlfs: 6 2020/7/14 | MUIE— | SRE%
7| —EBEEEGEM 7 2021/6/11 | MIE— | SRE%
8 | HEAZLH 8 2022/4/1 | M)INE— | SRE%
9 | sEiGEMN 9 | 2022/11/24 | MUINE— | SREX
10 | (D) BAEMKIEEOFTEEE DL E 10 2023/4/1 R OTHE | RER
11 | intron fEIkDZ B 11 2024/6/1 | MIE— | SRE%
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REHERB : [ BRBRASE |

wEL [ BRI DERGCTFRE ]

HEng

B BIE RS OFMEIIMEIT & 2 GBIt T OB TN A, e IR
DFEERIER Z R T HRRIEE TH D, BIERARIED 90%LL EOFERI T, KA
BDOFELRE S THD 1 2T —7 OB FER (COLIAL COLIA2) LV, Bb D
WIZEMRFEPFIKN CTRIET D L SN TWER, T MaT—F B HIC B 2807k
WIEB B AFTET 5, EHFETN D OBBTERE DA R oo TRV FKBPLO, P3HL,
CRTAP, PPIB, SERPINHI, SERPINF1, BUP1 7% ¥ DB WG KT 5,

ARIRENIRRIRAE LS OB 1T D PLODZ, LRP5, ALPL, PLS3, LRP6, SEC24D 35D
Ry B a— RiERT 7 Vo L F OO AT T A ZAEAEEZ . Ry — 7 =
BTN L. FITHE SN T LABEE 0.5%LL FO/RAe N 7 v MZOWTHET
Do Y — MR HR S — 7 =07 — & OiERRERIGAE L, o —EIC L
LDF ¥ TV == o —TOMN 21T 9, RBREWRE « #fi NED 2 v —8 21t
RKHE 27 7 BEEZAGICE L I EEE COMEMAEH Y — ORI —F7 v
P—TIEREER T2, WMEFRE L, KHEY A 72 onTEINY 7 ha—F
— CTHRIETEZODICALTTWMET 208, NI T ha—J—TRIITER1o72b
DIZE L TIEHE LRV, F72 BRI A, FREOSEECS T IB8ind 2,

B4 position (hg38) HGVS. ¢

ALPL chr1:21509427 c. —195C>T (N\M_000478. 6)

ALPL chr1:21570275-21570294 c. 793-30_793-
11de1GGCATGTGCTGACACAGCCC (NM_000478. 6)

PLS3 chrX:115622222 c. 74-24T>A (NM_005032. 7)

(1) WEFHE

MR HEML L7277 5 DNA 2B 325 DA RBIRF O AT Ea—F
T b 2DA 2 b B A T Y A B =T a b D WIIEEER
PEEYE (polymerase chain reaction 35, PCRIEENS) 12X VM L. I —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, BRAXTE
BARF DT AT < E = — FEESUC 3T DA B E O RS E (b O F 2
%o FANME DO HDZ T AN ET 205, RLEFRWIGEITHE SN DNA 2T
AL, ZOLGEITEA OFEFIZL VT LHD LT 5,
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(2) EMEEKOHEERE
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEDOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
TRIEDAFIT IO A 225 60 E 3 A LI,

(6) HEZHEFETIHEITH o T, RERICHEEAT ) WEREFTOLH
HEDFEFELH Y F A,

6) BIEDTERSM:
AR TRAE D B AJPCIRFUIZ OV TS L, AREOH LiIALOE -
AR T 5,

(7) BIEDORERAR
BT R8T DEA AL 1D FEH 7 ~ 3G AE S AU 7R 1 AR
(B zeg B RIEL M4 EDTA-2K (7213 Na) FEk7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) BREDOREFRM
PRIMAR T, TR E 7 TR E 15,

(10) BiEDRHESAE
F2 (7). (8). (9) %I HIKIZOWT, FIC AN CEEIC TAFTICHET S
(MEITHE LT, RAKIOEMS ), FBEBOBAICHET S Z L2 FHIE T 5,

(11) REFREZFRORED T~V OFRHEH
BRI 7~ IR EEA L ID 72 & ONCRIKE LA 1D 2 i T 2.
RAEREEIL, YREREEORRE WA 5, ERERER 2L TIoRT,
- PEA AL D
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RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE

s A R T A ST DORERS

* e ARE AT SE R

(12) MRk % ERBEE D DRFEAERER MOBHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBLAEZA IR ATRO T, EREEBIC I e R A (2T

(13) REHH
7L

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

E-mail : onjk@kazusa. or. jp
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