MAERNF

(EAR T 7 & —BIEEsFiRA)

fEFBAG R 202446 H 1 H

Ver 6

BHAE CE1TH) RE R
FEREE PR ML {2 —

1/5



WETBE R

No. BETNA Ver. | ffBH4E A VERE ARE
1| B ERL 1 2018/7/30 | MJITE— | #k TH&
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | M)IRE— | KRB
3 | HEALHE 3 2022/4/1 | M)IRE— | KRB
4 | fEIgEN 4 2022/11/24 | fINE— | SREX
5 | A1) BEMKEIFOLHIEE DL E 5 2023/4/1 #H FRE | OREX
6 | intron fEIRDZ 6 2024/6/1 ME— | RS
7

2/5




BREER [ BART7 7 2 —BE |

BEA [ BRRT7 7 7 —BERLTFRE ]

LR

AR 7 7 Z—PIEIXMIE E BT LD Y AR T 72— OIFEEKTICE bRV ER
TovRr Y UBRAKILERET 220, ROV SRECIKTTHZ&I2E0, F
DIERAIKAE, < DI G SR Z S D, RRBE & UTALPL OERORENRH
ol

ARRET ALPL BAGF DB /X7 Ea— REx 7 Y o L Z DRl D AT T A ZEAL
fElk A, R — 7 = — AT L. BRI ENTZT VAEE 1%ELF Oz
U7 v MZoWTHET 5, B — NRRMR S — 7 o —0F7 — % OMFERLE R
LAt o B L DF v BT ) — v — T O AT 5, 7R RBUERK -
FAED 2 &SRB 7 IAEEZAICE U ISR T ORI A R Y —
RRLORHEAR — 7 o —TIRREER 720, MR e Ly, (Kt A 712250
TEIANV T ha—9—TRHREHTEEHDICEHLUTHRET LN, NV T ha—T7—
TR TE o2 b OB LTI Ly, 7 FrifEiamz, FroiofEik b g
HrZiBm+ 5,

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)

(1) W®EFHE

Mg SEIL L7277 L DNA B #%8 2RAM GBS T O A Ha— R
T b 2DA 2 br U BEIREG NA T Y FA B =T a o WIFEEER
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 = — NI 3T DA B E O RS ZE (b O F 2
%o FANME DO HDZ T AN E T 205, RLEFRWGEITHE I N DNA 2T
AL, ZOEEITEA OFEFIZL VT L6 DL T 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 AaREMEOHMA
FriZa L, AREITREMEZET L0 TIEH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 52 B LA,

AEZZRFET HHEITH o Tid, EERCHEEAT O FEREFT 0L
HEDEFELH Y F A,

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

BAIRDERRAE 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.,

BRIE DRI
PRIMAR T, TR IE £ T TR E T 5,

(10) BiEDORHESEM

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 DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

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

(13) HREB/HHE
7L

(14) REOBH LiAL, 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



