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WREEE - [ERUHESIEGREE

BREA - [BREHEVERRERE TRE]
1BERE

o K MEfh 48 /) E BERE (congenital myasthenic syndromes, CMS) I%. &5 2GS H0
(neuromuscular junction, NMJ) IZFEELT 2 8AIn DS RIVRIFIINY 72 M Lo Tl
AR EME B RIENEE SN HBEERETH D,

AN TIX AGRN, ALG14, ALG2, CHAT, CHRNAL, CHRNB1, CHRND, CHRNE, COL®, DOK7, DPAGTI,
GFPT1, LAMB2, LRP4, MUSK, PLEC, PREPL, RAPSN, SCN4A Je OSEAERIN & L TG ST\ b
COL13A1, SLCISA3, SLC25A1, SLC5A7, TORIAIPL, VAMPI 0> % 7327 B 21— RiEl—= 7 v &
ZOWIHD AT T A A Z, RIS — 27 =9 —T#T L, BiThRianhier
LIVBEE 1%L FORMi72/3) 72 MZOWTHET 5, B — FARIR o —2r
—DT — X DMGENLERGEL, Vo Tkl k2% ¥ 7 ) —v—F o —ToOf
Wa1T 9, 2B, KKK - fiIAFO 2 ©—HALOoRBURLR 7 2EEZAGIZE L
TIE, @RETOBEPNEHY — FRIORMR S —7 o —TIIRNER 72D, 5
E L7, (Kilae A ZiconTid, NV T ha—F—CTHRIHTEZLDICEALT
FHET L5208, N7 ha—7 —THRIETERPSoTHOIZEHL TS Ly,
7o FROSEIRICIN A . TRCOSEIR S FEATISENT 5,

Bin 14 position (hg38) HGVS. ¢
CHEND chr2:232530904 c. 821-448G>C (N\M_000751. 3)
CHRNE chr17:4901641 c. 501-16G>A (NM_000080. 4)
CHRNE chr17:4903157 c. —94G>A (NM_000080. 4)
CHRNE chr17:4903158 c. —95G>A (NM_000080. 4)
CHRNE chr17:4903159 c. —96C>T (NM_000080. 4)
RAPSN chr11:47448165 c. 193-15C>A (NM_005055. 5)
(1) W®EFHE

MENHEUL L7257 5 DNA D #%4 T DMAE BB IS O AX E 2 — NiE
Wy o bxzDA v va VBRI GEANA T VA= a vy BDWIEEERDN
&k (polymerase chain reaction #, PCRIE&EME) ITX VML, AR —/r
YH—=HL50EF Y ET Y == I KD BB RS EZ T, RS
RO AEL E a— RERICEB T 5 > —7 v v v 7 TR AR 7o (R H B E
IR L OF B A T 5,

(2) EMBERUHEEE
EEMICHN SN TNDE M7 5 Y 77 Lo RS O R | (KB R
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(3)

(4)

(5)

(6)

(7)

(8)

(9)

DHEBEZHES D,

EREBEICRAEEITO Z L LT aREMEOHHA
FriZa L, AREITREMEZET L0 TIEH Y THA,

REICETSHK
BRIRDATNC BN B A5 60 52 B LA,

HEZZFET 2HEICH > Tid, EBRTHIE 2T O HEREF OLAH
WEDEFETDH VD £H A

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

BAIRDERRA S
R IAT D EA AL 1D 208 T~V AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BIEOERE
% ol P EZ5m+ 5.,

RIE DRI
PRIMAR T, T IE £ T TG R 1 5.

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIM S ), FEEHOFRICEEST D Lz2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

ARG 7 ~ U IXEA AL 1D 70 & ONSIHRIAE B 1D 25tk 7 %,
MRARIEHE L, YRESEEORX AT 5, EREHEIEE 2L TITRT,
- B4k 1D

- WETOMRAEHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR
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(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 FiAsE (O B FRA=)
T292-0818 TR AR HHIA S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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