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WETBE R

No. BETNA Ver. fitt FABA %A B VERLE ARE
1| HHERK 1 2022/4/1 ME— | RS
2 | NEB Sa 2 HIHE N 2 2022/6/2 HMIE— | RBE%R
3| fEsEGEM 3 2022/11/24 AMIE— | RER
4 | Q) BEREEOTHEROLE | 4 2023/4/1 FEEFICHE | SRER
5 | intron fEIRMDZ T 5 2024/6/1 ME— | R
6
7
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REHRE : EREIF A AF—]

BRE4L : [ERMEI A RF—BEFHRE]

B

FeRME X A NTF—1E, B ORIV HEERFEIC L0 | B AERB W LRSS
. BERIR T 28 U, BRSNS b R IEE . OE0HE, BREifHE, 2,
BE - BEOBNELZRDDEEHTH D, RlIIERRD HEITHEORIEZ T2 & 5,
AL, ME 27 v 7 F o3 —BEOEFENORE FH 2, HEKTIXIEFE 2w L
FRITPEZA b 2R U, B A& EMG ClEZEmi. TR AME 2789 %,

AW Tl ACTAL BINI, CCDC78, CFLZ, DNMZ, KBTBD13, KLHL40, KLHL41, LMOD3, MTM1, MYF6,
NEB, RYR1, SELENON, SPEG, TNNT1, TPMZ, TPU3 Je OSERIFZWT FC ADSST Bin 1D & X3 7'E
a— REERT 7 Y L Z DD AT T A AR A R R S — 7 = o — TR L
FITHR SN2 7 VVBEHEE 1%LL T O 7 —HEE L BV - REIZOWTHET
Do B — FRIRIAR S — 7 =D 7 —Z OISR LERGAEIL, T —iEIC K
LF XY BTV == —TOMNT 21T 9, RBREEIRE « ffi NFED 2 v —H21 L
RKBUER T ) DHEIEZAGICE U CIIEREE COMEAEHE Y — R oK — 7 v
P—TIERER 72D, REFRE LRV, FHREY A ZIConTEIANY T ha—7
—TCTHRHTEZbDICEAL TIHRET L8, XU T ha—F—THRIHTE o7t b
DT L TR L7V, NEB O — EREEIBIC 13m0 B 725y F AR R SIS AR T 5 72 8
(N\M_001271208. 2, exon 82-105) , Y — NIRRT —o 20 7Tl Z OfE D IE
2B IR E IR TH 5, £ BRREEITM A, TREOMEE S AT ICBINT 5,

B4 position (hg38) HGVS. ¢
KLHL40 chr3:42692145 c. *152G>T (\M_152393. 4)
M chrX:150598573-150598576 | c. 137-19_137-
16de1ACTT (N\M_000252. 3)
Mm1 chrX: 150598581 c. 137-11T>A (\M_000252. 3)
M chrX:150614563-150614566 | c. 232-26_232-
23de1GACT (N\M_000252. 3)
M chrX:150614564 c. 232-25A>T (\M_000252. 3)
Vi chrX: 150640360 c. 529-909A>G (N\M_000252. 3)
Vi chrX: 150649703 c. 868-13T>A (N\M_000252. 3)
Vi chrX: 150662856 c. 1468-577A>G (N\M_000252. 3)
NEB chr2:151498503 c. 24220-151C>A (NM_001271208. 2)
NEB chr2:151505314 c. 23847+164A>G (N\M_001271208. 2)
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NEB chr2:151554404-151554406 | c. 19429-381_19429-
379delTTTinsA (NM_001271208. 2)
NEB chr2:151696298 c. 1569+339A>G (NM_001271208. 2)
RYRI chr19:38506677 c. 8692+131G>A (NM_000540. 3)
RYRI chr19:38523867 c. 10441-48G>A (NM_000540. 3)
RYRI chr19:38583067 c. 14647-1876C>T (NM_000540. 3)
RYRI chr19:38583494 c. 14647-1449A>G (NM_000540. 3)
SELENON chrl:25811650-25811651 c. 1093-41_1093-
40insTT (NM_020451. 3)
SELENON chrl:25816825 c. *1107T>C (NM_020451. 3)
TNNT1 chr19:55146533 c. 74-67C>A (NM_003283. 6)
(1) mEFE

Mg SEI L7277 LDNA B 8T 2RAMGEIEF O A Ha— R
e Y b2 DA v bu BRI e ATV I B = a D WVIERERR
MEYE (polymerase chain reaction %, PCRIEEEE) X VM L. Wiy —4
Y —HH0EF v BT Y —— I K ABE PRSI EZITV., A xS
BAR T O AMESE 2 — REIRICK T 52— v v > 7 TRt Rl e AR HH BUSE BE
HWRBAN LD A A RS 5,

(2) E¥EMEKOH EREAE
EREICHW SN TWD e R AU 77 L ARSI E O G | IR B B
DOHEEHET D,

(3) EFEHEEEICRIREZITO L LT H2REMOEHHA
BRIZ72 L, AREIIBREMZET 20 TIEH Y TH A,

(4) REICETHIHE
AR ARFTIC RV Z B2 60 & 2 B DL,

(6) BEZRET DHRITHo T, EEITHEZRIT 5 HAEREFT OLR
WEDOZFETH 0 £ A

(6) MfADIRERZ A
PEHHRC TRA D B HIRIRIUC DV THCHI L ARED H LiAZ 0 E
AT D
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(7) BRIEDOEBRAER
WRET ST D EA L 1D SE# 7~V s b S -8 1 A
(ELZe B B PRER I 45 EDTA-2K (7213 Na) HEhr)

(8) MIEDREE
M 1nL A bR Y %,

9) MIEDORESRH
BRIMARIE, S0 7 ORI T %

(10) RRfEDRHFM:
FE (7). (8), (9) T HRIKICONT, AN TRIRIC TAHICRET
(BEIZIE LT, RGAIORIS D), FEEAOBRRICEHFT D Z L&KL T 5,

(11) MEEEER ORED T XNV OFEHEHE
BARRESS T ~UCIZEEAE 1D 722 & NSRS ERA 1D 2 50#9 5,
BRAEEEEIL, YRERBEOHRXEZEAT 5, EREHREH 2L FIIRT,
- [EA4{k 1D
- LT HMAEE (EEAL, Ao — RES. BRI
- RIS
« A KT A 2 FORETR
- FEOREEA S E R

(12) RRix% EFRBEE D DR AERER MLOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DICET 5 FFH
FEHOBABE LR LT D,

TRBLAEZ AR ARO T, EREEBIC T e R A (R T,

(13) HREHFH
7L

(14) REDOKH LiAA, BEWEbE
NAEMEEANDT S DNABIZERT  BinTHA=E (O SEETFHRE=S)
T292-0818 THEWRAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html
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