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Ver 7



HETBE R

No. BETNA Ver. | IEMBHLER | 1EREE ARE
1| HTBLERL 1 2020/12/1 | fJINE— | SRE
2 | FERAERE 2 2022/4/1 | M)IRE— | KRB
3 | HEALHE 3| 2022/11/24 | M)INE— | KRB
4 | (D BRAEEEORHIHE 0L E 4 2023/4/1 | HEooes | REXR
5 | AlhEERLSDOND FKIND 3™ JE| 5 2023/12/4 | MUIE— | SRE%

FIRREEICIIT D 3kb DL b b

VAR AT NE ST OB
6 | intron fEIRDZ 6 2024/6/1 ME— | RS
7 | HROLE 7 2025/4/1 P OTHE | REX
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BREER | BUBEEREHVA T 4 — |

BEL [ GUEEREGO R b7 4 —BLEFRE ]

iR

fE LSRR A b1 7 4 —1% 1960 I L DI HE S Yt RS PER s
FRETAARNIROHENES, HEOH YA M7 4 — MMl EEE 1 X 20K
F & S DIREPHE N R TH 5, 1990 £ 9 F etk K & s+ (9931-33)
DFEICGI &R E . JRKREL T fukutin (FAZV) 238E Svic, FRIVBRFEEWIT o -
A hr 7Y (a-dystroglycan: «-DG) OFESUEMRIZEAL-T 2R LEZ LN, o
-CA b aZ VA F— (a-dystroglycanopathy) EFEENAERMEBSA a7 ¢
—DO—FEZRT 5, AlEERLESbND FKIND 3 FEFRREKIZEH T 5 3kb DL k1
KT VAR ABANEBROREHESGRE L, AEE LR L SEBRO~T oA IRIC X
VFIET D,

ARET FEIV B DF R B a— RERT 7 Y o L ZDORiliED AT T A ZEAL
BElk A AR Y — 7 o —CRIT L, EICRHENTZT LOVBEE 1%L FOfZe NV
7 MZOWTHRET 5, F#H Y — FRR S — 7 o —0F — 2 OMTER LI R Y;
BlX, Yo DB E XY €T V=~ U —TCOfT&1T5, £7-, EKIND 3
FEBREIRICB T D kb DL b b T VAR VEBABROFEIZOWVWTIE, 2R
XLAWE., BEEOEE IR L homozygous, heterozygous Trad HBSITITHEER|IC
BT 5, RBRBBRE - fiANFED 2 ©— B0 KRB 7 ) MEEZLIZEI L T
IEREE CORMEMNESE Y — RERLORMAR S — 7 o —TIEREER 72, g L
72, ISHIIREY A 712N TNV T ha—F —THRIETX b DOIZE L TT#HRE
THMR, NYT v ha—F—TRIHTE R DI LIS L, 72 ki
FEBITAN A, TRCOREE S AT IS BN 2,

B4 position (hg38) HGVS. ¢

FKTN chr9:105557710 c. —636A>C(NM_001079802. 2)
FKTN chr9:105558049 c. —297G>A (NM_001079802. 2)
FKTN chr9:105606576 c. 648-1243G>T (N\M_001079802. 2)
FKTN chr9:105619912 c. 1045-22A>C (N\M_001079802. 2)
(1) WEFHE

MR BEI L7247 2 DNA 6B, BB RIELF (FKTN) O7-AELEa— R
FEIk =7 Vo L FDA L bu BRSNS EANA TV XA B — 3 v DA UVITEEEN
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

B4 EYE (polymerase chain reaction #£, PCREEMS) IZXVEME L., Wity —4
VY= K DB FESIRE 21TV, BB SRE L DT AT E a— RiEick
i DR ELAE FE D LECSN B L O B A R 5,

FEYEE K OVl e F
EEHNIZHNWSLILTWD e 872 AU 77 Lo ARSI & D LR i b | AR H B AR 28 5
D EZHET 5,

EREEICREWEZITO 2 L T OREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
R SAFTC RN = H A5 60 B 3% H LU,

HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
HEDFEFELH Y FH A,

/ AENPE AN s
FERHERIC TR O HBRCERFUC DWW TSIt A L, KBEOH LIAZRDOE R
HERT A,

AN A BT
WREF ST DEA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I ImL LA b 2R i3 5.,

RIE DRI
PRIMAR T, TR IE £ 7 TR E 1D,

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZE LT, REGAIORIM S ), FEEHOFRICEET L Z Lz2fAlE T 5,

(11) MEKEERORED T~V OTLHEH
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BRARREART 7~ ITEA AL 1D 72 5 ONTHRRE B 1D 2 5edld %,
RAEMEE L, YMERREORXEZMEN TS, ZREHER Z U TR,
- [E4 AL 1D

RS ORAEE (REA, Bt — P& BIKK

- ERRPEBEE

s A R T A ST DORERS

* BRI SE

(12) MRk % ERBEE D D HEAERER MOBHEREFNCHEZEKET 2561
Hico T, HRFEEREDF) £ THRE T2 DICET HHH
FEEAOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e R A (R T,

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 TR 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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