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HETBE R

No. BETNA Ver. | (EFBHAEE | {ERGE AR
1| B ERL 1 2020/12/1 | MNPE— | SREK
2 | FERAERE 2 2022/4/1 | M)INE— | KRB
3 | HEALHE 3| 2022/11/24 | M)INE— | KRB
4 | ADBAREEOFEIEE OEHE 4 2023/4/1 | HEoed | RER
5 | AlhEAERLSDOND FKIND 3™ JE| 5 2023/12/4 | MUIE— | SRE%
FRREERI BT S 3kb OV b T
VAR AT NS FARAT OB

6

7
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BREEH I BILBHIURA b7 41— |

BEL | BLUEHYR v 7 o —BEFRE ]

iR

B Y A b a7 ¢ —I% 1960 FIHE LD ICHE S o FREaR SRR E T
AARNCEROHENEGS, BEOHTA Mr 70— MG EREIC X2 MATE &
EAEE DOIRAHENRE CTH D, 1990 FRIC 9 TR R FiE{5 74 (9931-33) D[
T EFEE . FINEG T fukutin (FATV) 2S5 Sz, FRINEAG FEDIT o -V A b
727 )71 (a-dystroglycan: «-DG) OFESUEMICE G T 2K LB DL, -V R
ka7 U 7 73F — (a-dystroglycanopathy) &PFEHINDIERMEHTA a7 4 —D—
BECIBT %, AGE AR L SbNd FKIND 3 FEFEREKICHBIT S 3kb DL ha T
AR CARNEROR TR ETIL, AREER L SEROA~T n 5T X0 RBIE
T 5,

ARRET FRIV B D F X7 B a— REx 7 Y o L Z DMl D AT T A ZEAL
BElk A AR Y — 7 o —CRIT L, EICRHENTZT LOVBEE 1%L FOfZe NV
T MIOWTHET D, EH Y — MR — 7 =07 — X OMiEN LI
AlE, BB E DX BT == =T O EITY, T2, FKIND 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
2, RHIRE YA Z 12V TIEARAY 7Y ha—F —TRITE L DI L TidEE
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: 105606576 c. 648-1243G>T (NM_001079802. 2)
(1) mEFIE

ME2 SR L7257 5 DNA v | AR RIS (FETN) DI E=a—F
T Y b 2DA 2 b B  nA T Y A B = a b D VIIEEER
PEEYE (polymerase chain reaction 35, PCRIEENS) 12X VML, I —4
Y= X DB PRSI E ATV, MRERSREE O XS E 2 — FiElkiZE
T AR BUA B DM BN 2L D A A R T 5,
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

FYEE R OV B A%
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

EREBEICRAEEITO Z L LT aREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

REICETSHK
BRIRDATNC BN B A5 60 52 B LI,

HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
HEDEFELH Y F A,

/ AENPE AN s
FERHERIIC TRA O HBRPERFUC DWW T HSICitA L, KBEOH LIAZRDOE R
T HERT A,

BAIRDERRA S
R IAT D EA AL 1D Z30# T ~ L3 AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BAEDORRE
I ImL LA b 2R3 5.,

RIE DRI
PRIMAR T, TR E 7 TG R E T 5.

(10) BiEDRHESEM

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

(11) MEKEERORIED T~V OTLHEH

BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D

c WETOMAER REA, Bt — &S, BRI

4/5



- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(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
PASHENEAND T 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
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