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REEE : [ERUHESIEGREE

BREA - [BREHEVERRERETRE]

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 HEERETH 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> % 2327 B o— RiEl— 7 v o &
ZOWIHD AT T A A Z, RIS — 27 =9 —T#T L, BiThRianhier
VVBERE 1%L F O Y 72 MW THET 5, EEHY — FRK IS — 7 o
—DT — X DMGENLERGEL, Vo Tkl k2% ¥ 7 ) —v—F o —ToOf
Wz1T 9, 2B, KBUEKK - fiAFO 2 ©—HALOoRBURLR 7 2EEZEGIZE 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 BRCHEITAN A . FRLOBEES AT ISIB N 5,

B4 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)

DOK7 chr4:3463441-3463452 c. 54+12_54+23de1 TCGGGGGCGCGG (NM_173660. 5)
DOK7 chr4:3485502-3485528 c. 533-37_533-11de127 (N\M_173660. 5)
RAPSN chr11:47448165 c. 193-15C>A (NM_005055. 5)

RAPSN chr11:47449163 c. —199C>G (N\M_005055. 5)

RAPSN chrl11:47449174 c. —210A>G (N\M_005055. 5)
(1) WEFHE

MR B EIUL LU7=4 7 2 DNA 75

FU T HMAERIREE T O AT B2 — RE
Wy o EDA b u RS EANA TV AL = a . BHDHOITEEEN
4 EY%: (polymerase chain reaction %, PCRIEEWE) (X VML, Wit —4
Y —=HD0NEF Y BT Y — o — Y= K D BB RS E TV, A xS
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

BARF DT AEE 20— FEEICRIT 52— 7 v o 7 Tl T Re 2R B o
ARSI AL OF LT 2,

FVEE R OV B A%
EEERINZCHAWSN TS E F7 2 L) 77 Lo ARG E D & | AR H B 28 5
DOH A HET D,

ERERICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZET L0 TIEIH Y THA,

REICETSHEK
BRRSAFTC RN H A5 60 B 3% H LU,

HEZZFET 2HEICH > Tk, EBRCTHEZIT O HERER DA
HEDFEFELH Y FH A,

/ AENPEAE s
FERHERIIC TR O HBRCERFUC DWW TSIt A L, KBEOH LIARDOE R
T HERT A,

AN AT
WREF ST DEA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEf7)

BAEDORRE
I ImL LA b 2R i3 5.,

BRIE DRI
PRIMAR T, TR £ 7 TG R E 1D,

(10) BiEDORHESEM

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

(11) MEKEERORIED T~V OTLHEH

RRARREAS 7~ WZITEA AR 1D 722 & ONTHRRE L] 1D 2 58dld 5,
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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 DFEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEEAOBABE LR L T D,

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

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASHENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 T AR H M2 S 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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