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BREEE : XV —+ FLATZRBF A ba 7 41—

BEL  [2AV— - FLA7RBH IR hr 7 4 —BFHRE]
A

TAY—« LA 2RO b7 ¢ —%, JyNEHICRIET 2/ A b 7 4 —T,
FEREHORRARIZ LT3 D B AR T D1E >, HRE R 638 2 BfiFiGE, MngkEE % 3
JER & T DHEETH D,

AW Tl EUD, LUNA, SYNEL, SYNE2, FHL1, TMEM43 D% 237 B o — Rk 7 v &
ZDOWIHD AT T A AMAFEE A, RIS — 27 =9 —Tr L, BiThRtianer
LIVBEE 1%L FORMi72/3) 72 MZOWTHET 5, B — FARIR o —2
—DT — X DMGENLERGEL, Vo Tkl 2% Y 7 ) —v—F v —ToOf
Wz1T o9, 2B, KBEXK - fiIAFO a2 ©—HALOoRBURLR 7 2EEZGIZE L
TIE, @RETOBEPNEHY — FRIORMR S —7 o —TIIRNER 72D, 5
E L7, (Kilae A ZiconTid, NV T ha—F—CTHRIHTEZLDICEALT
FHET 208, N7 ha—7 —THRIETERPSTHOIZEL TS Ly,
7o FROSEIRICIN A . TRCOSEIR S FEATISENT 5,

B4 position (hg38) HGVS. ¢

EMD chrX:154379346-154379367 c.—139_-118del22 (\M_000117. 3)
LMNA chr1:156130818 c. 513+45T>G (NM_170707. 4)

LMNA chr1:156135890 c. 937-11C>G (\M_170707. 4)

LMNA chr1:156137246 c. 1608+14G>A (N\M_170707. 4)
LMNA chr1:156137642 c. 1609-12T>G (N\M_170707. 4)
SYNE1 chr6:152319028 c. 16024-13C>G (N\M_033071. 5)
SYNE1 chr6:152321898 c. 15705-12A>G (N\M_033071. 5)
(1) W®EFHE

M2 SEIL L7277 L DNA 2B #4382 AR RBR O A < E =2 — N
s ol Z2OA L b RSN TV XA =T a . HDHVITEEEN
PEEYE (polymerase chain reaction 35, PCRIEENS) 12X VM L. I —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, AT
BIE T O AMESE 2 — REIKICE T 52— v v 7 TRt Al e R BUSE BE
HWRBANEALDOF A R T 5,
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EEMICHN SN TNDE M7 5 Y 77 Lo RS O R | (RHBIHE AL R
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(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
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(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
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