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BREEE : ILHERE (FELTHRAREDOLD) ]

BREL  [DHER (FL LTRAREDOL D) BinFRE]
5L
DR E T 5 BRSO W T BTG U ORIk & R T, ST oA D
TERIBUC LY RO AR RIRIE 2 B IBRA AT D 2 LI Ch 5 — 7, DL
HORBINEZ LT A VY =55 (77 7 VFRROR %) | IERALLAEI T 5
S A — RS R RO LB, D o — AR X MR TAT 9 2 & A CIREE
Th b,
RRETIIU T OBRB ERETE2HG LT 5,

WL | Bin T4
Z A | IDUA, IDS, GNPTAB, GNPTG, GLA, GAA, GBA, CTSA, SUPD1, NPC1, GLE1, HEXA, HEXB, GALC
V' — I |, ARSA, ASAHI, MANZB1, MANBA, FUCAL, AGA, NAGA, LIPA, LAMPZ, SLC1745, CINS, PPTI,

I TPPI, NPC2, GH2A
A& K AU | MYHZ, MYBPC3, TNNTZ, TNNIS, TPMI, MYL2, MYL3, ACTCI, CSRPS3, PLN, TTN
DMIE

S TIN O —¥F AR 135 B 7 4y - PNAR R RE S A AE 9~ 5 72 6D (\ML_133378. 4, exon 153~
158) . U — REIKRA S — 27 =0 v 0 7Tl 2 OREIR O EfE 72 B YR E X IR C H
Do

AKRETIT ELORER () OELEGFOX /7 Ea— REikory vV o L 2D
SO AT T A AN A . RIS — 7 =TT L. RIS S =7 LV
FE 1% T O\ T o MZOWTHRET 2, B — FRRIR—7r o —n7
— X DFENME LG AL, P TR LDy BT U —— 7 U —COMNT 21T
Do TRBRBUERK « FEANFED 2 & —FEASORBUE 2 7 7 DEEZEIZE L Cldm kg
JETORHNES Y — FRIORIR S — 47 o —TIZREE R 720, EdSRE L,
FHIILE Y A Z1ZONWTIEIANY T ha—F—THRIETE 72 b OB L TEEE T 223,
NYT o ha—7—THRIHTERPS72b DI L TIIE Ligvy, £ RiEsdam
Z. FRLOFER G AT BN 5,

BinTt4 position (hg38) HGVS. ¢

ACTCI chr15:34788628 c. *1784T>C (NM_005159. 5)

ARSA chr22:50625693 c. 1108-12C>G (NM_000487. 6)

ARSA chr22:50625701 c. 1108-20A>G (NM_000487. 6)

CINS chr17:3636418-3636419 c. —643_-642insT
(NM_004937. 3 2 fRE A o fEFA )

CINS chr17:3648823 c. 141-24T>C (NM_004937. 3)
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CINS chr17:3660224 c. 971-12G>A (NM_004937. 3)
GAA chr17:80104542 c. —32-13T>A(NM_000152. 5)
GAA chr17:80104552 c. —32-3C>G(NM_000152. 5)
GAA chr17:80104553 c. —32-2A>G(NM_000152. 5)
GAA chr17:80104554 c. —32-1G>C(NM_000152. 5)
GAA chr17:80104570 c. ~17C>T (N\M_000152. 5)
GAA chr17:80108467 c. 1076-22T>G (\M_000152. 5)
GAA chr17:80108686 c. 1195-11T>A (\M_000152. 5)
GAA chr17:80116623 c. 2190-345A>G (NM_000152. 5)
GAA chr17:80118633 c. 2647-20T>G (\M_000152. 5)
GALC chr14:87934720 c. *126>A (N\M_000153. 4)
GALC chr14:87943200 c. 1671-1642G>A (NM_000153. 4)
GALC chr14:87993230 c. —66G>C (N\M_000153. 4)
GALC chr14:87993231 c. —67T>G (NM_000153. 4)
GALC chr14:87993482 c. —318T>C(NM_000153. 4)
GALC chr14:87993573 c. —409T>A (N\M_000153. 4)
GALC chr14:87993627 c. —463C>T (N\M_000153. 4)
GBA chrl:155235855- c. 1225-14_1225-11delinsAGT
155235858 (NM_001005741. 3)
GBA chr1:155238318 c. 589-12C>G (N\M_001005741. 3)
GBA chrl:155241262 c. —68-82A>G (N\M_001005741. 3)
GLA chrX:101398110 c. 1000-11T>A (N\M_000169. 3)
GLA chrX:101398737 c. 801+48T>G (N\M_000169. 3)
GLA chrX:101398957 c. 640-11T>A (N\M_000169. 3)
GLA chrX:101399747 c. 640-801G>A (N\M_000169. 3)
GLA chrX:101399805 c. 640-859C>T (\M_000169. 3)
GLA chrX:101401237 c. 547+395G>C (\M_000169. 3)
GNPTAB chr12:101765329 c. 1613-25del (N\M_024312. 5)
GNPTAB chr12:101768173 c. 1285-13G>A (NM_024312. 5)
HEXA chr15:72347668 c. 1146+18A>G (NM_000520. 6)
HEXB chrb5:74718780 c. 1243-17A>G (N\M_000521. 4)
HEXB chrb:74720617 c. 1509-26G>A (N\M_000521. 4)
HEXB chrb:74721104 c. 1614-14C>A (NM_000521. 4)
s chrX: 149483233 c. 1181-15C>A (N\M_000202. 8)
s chrX: 149487231 c. 1007-133A>G (N\M_000202. 8)
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DS chrX:149497173 c. 709-657G>A (NM_000202. 8)
DS chrX:149505272- c.—311_—135del1177 (N\M_000202. 8)
149505448
IDUA chr4:986998 c. —87T>C (N\M_000203. 5)
IDUA chr4:987083 c. —2C>G (N\M_000203. 5)
LAMPZ chrX:120469070 c. 64+36C>T (NM_002294. 3)
LAMPZ chrX:120470223 c. —~1054A>C (NM_002294. 3)
LIPA chr10:89247651 c. ~1-2A>G (NM_000235. 4)
LIPA chr10:89251738 c. ~3A>G (N\M_000235. 4)
MYBPC3 chr11:47331843 c. %26+2T>C (NM_000256. 3)
MYBPC3 chr11:47332270 c. 3628-12C>G (N\M_000256. 3)
MYBPC3 chr11:47332999 c. 3331-26T>G (N\M_000256. 3)
MYBPC3 chr11:47334594- c. 2905+445_2905+448del (N\M_000256. 3)
47334597
MYBPC3 chr11:47337820 c. 2309-26A>G (N\M_000256. 3)
MYBPC3 chr11:47338759 c. 2149-80G>A (N\M_000256. 3)
MYBPC3 chr11:47340359 c. 1928-569G>T (N\M_000256. 3)
MYBPC3 chr11:47340403 c. 1927+600C>T (NM_000256. 3)
MYBPC3 chr11:47341055 c. 1898-23A>G (N\M_000256. 3)
MYBPC3 chr11:47343158 c. 1227-13G>A (NM_000256. 3)
MYBPC3 chr11:47343281 c. 1224-19G>A (NM_000256. 3)
MYBPC3 chr11:47343283 c. 1224-21A>G (NM_000256. 3)
MYBPC3 chr11:47343314 c. 1224-52G>A (N\M_000256. 3)
MYBPC3 chr11:47343342 c. 1224-80G>A (N\M_000256. 3)
MYBPC3 chr11:47344199 c. 1091-575A>C (N\M_000256. 3)
MYBPC3 chr11:47345754 c. 1090+453C>T (NM_000256. 3)
MYBPC3 chr11:47347051 c. 906-22G>A (N\M_000256. 3)
MYBPC3 chr11:47347065 c. 906-36G>A (N\M_000256. 3)
NPC1 chr18:23534325 c. 3591+121C>T (NM_000271. 5)
NPC1 chr18:23534341 c. 3591+105A>T (N\M_000271. 5)
NPC1 chr18:23552736 c. 1554-1009G>A (NM_000271. 5)
NPC1 chr18:23557218 c. 882-28A>T (N\M_000271. 5)
NPC1 chr18:23576855 c. 58-3281C>G (NM_000271. 5)
NPC1 chr18:23576864 c. 58-3290G>A (N\M_000271. 5)
PLN chr6:118548219 c. —271A>G (NM_002667. 5)
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PLN chr6:118548254 c. —236C>G (NM_002667. 5)

PPTI chr1:40092522 c. 125-15T>G (N\M_000310. 4)

SHPD1 chr11:6393875-6393878 | c. 1341-21_1341-18del (N\M_000543. 5)

TNNI3 chr19:55157597 c. —8G>A (N\M_000363. 5)

TP chr15:63056973- c. 241-12_241-11delinsTG

63056974 (NM_001018005. 2)

TPPI chr11:6616521 c. 887-18A>G (N\M_000391. 4)

TN chr2:178599862 c. 48347-12T>A (NM_133378. 4)

TN chr2:178739882 c. 10361-1522G>A (NM_133378. 4)

TV chr2:178741402 c. 10361-3042T>A (NM_133378. 4)

TV chr2:178756220 c. 10303+2764T>C (NM_133378. 4)
(1) REFHIE

(2)

(3)

(4)

(5)

MR HEML L7277 5 DNA 2B | 5% DA R s D7 AE <E = — NiElg
TV DA hr RS EANA TV XA B3 b D WIIEERAE &
£ (polymerase chain reaction #£, PCRIEEME) (X VEME L. Wit —4
—HH50EFX YT Y = — Y2 K DBIEFESIREZ TV, BRI REE T
DI E 2 — RIS 5 > — 7 v v 7 TR RTRE 724K HH B FE oD 3 JE
SIZEAL DA AT 5, GBAIZEI L CIFARRIELS & R DB n - MFET D72,
—[ES ) AH D GBAKFELY 7 primer T long PCR 24T > TH BRI Y — 27 = —
DRIEATT D, FANMEOAHDZ T AN E T 208, R EHFLRVWEEITHR I
DNA b2 P AND, ZOHEEE~ DFEFIZL VHETT LD LT 5,

FLVEME K OV B e
EEICHWSNTWD e 7 A 77 Lo ARdEE Db G | fREME T
YRS B O F A ET D,

RS IR BME 21T 2 & & DREEDOHEH
Fric7e L, AREFREMELZEST 55O TIEARN,

REICETLIHEK
FARBARFTIC RV Z B2 60 & 2 B LN,

HEEFILTHIHEITH > TUL, EBEIHEEZIT O HEREFT 0L
BIE DZFEIT 720,
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(6) MiEDEEImGEH
PEROREBE I TREE D HAGR RIS SV THAICHI L AR O H LA OF
E AT D,

(7) BEORBRELR
WRETREAT DREA AL 1D FLs 7 ~ VSR S BRI 1K
(22 BRI & EDTA-2K (£ 7213 Na) JHKL)

(8) MIEDREE
M Il P2 RS 5,

(9) RBfEDRFESM:
PRIMAR T, BT E T2 A R E D

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

(11) MEEEERORED T XNV OFEREHR
BARBESS T ~UCIZEEAE 1D 722 & NSRS ERA 1D 2 50#9 5,
R EIL, YRERBEOHRXEZMHEAT S, FREHREE 2L FIIRT,
- [EA4{k 1D
- LT HMAHE (EEAL, Ao — RES. BRI
- RIS
« A KT A 2 MFORETR
- FEOREEA S E R
(12) miE% ERERE ORAERER (hOBAREFCHAIE ZKET 2B 61T
bico Tk, YEEAERERE) £ THRETD2DOICET LM
Rk HOFABEZFAIE T 5,
TR BIEEZAMT R 220 T, EREEICIT 072 AR,

(13) HREFH
7L

(14) MEDIH LAk, BEWGhbE
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https://www. genetest. jp/
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