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BETERE KR
No. BT Ver. | EHBHAAA VERE KR
1| HHERL 1 2017/05/31 | /MR Y | R THE
2 | EEET FLRADETE 2 2017/7/25 | /MR M | FR T
MRAEREERA (RO O£ LE A
3 | MEHBEAOBEE (T4 Y —A5->] 3 2017/9/11 | /MR M | FR THE
T4V — 1)
4 | RAEEREE LA (RMOQ) OHIBRE x| 4 2018/4/2 | MUINE— | & TA&
I3 AHIEA (11) DiBE
RIGEALT-DIETE (SGSG—SGSH)
5 | MET LVHHEZ 25026 102 ELE 5 2018/5/9 | M)INE— | & THE
6 | BElE O IE Gl x5 OB b) 6 2019/4/1 | MINE— | RER
7 | Intron FEIK OB 7 2020/8/26 | AJITE— | SREXR
8 | Intron fEIKDBHIN 8 2021/6/29 | AJITE— | SREXR
9 | HFALERE 9 2022/4/1 | MINE— | KRB
10 | fEIkE AN 10 | 2022/11/24 | #)IlsE— | KRB
11| QD BRAEKEEOTEHEE 0L H 11 2023/4/1 FOTHE | REXR
12 | #fRE A RYRT7 ZFAELEM | 12 2024/3/5 | MIE— | KRB
13 | intron fHIKD A 13 2024/6/1 HE— | R
14 | RIOLEH 14 2025/4/1 R OTHE | OREX
15 | WEERIRINEIE T DB 15 2025/9/1 | ARz | R
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BREEH : [ A4V —A5¥FK |

BEL [ 5S4V —A2REBETFHRE ]

A

TA Y=L, FEE DT A Y — AEROKEIC LY | RIS SR
PEMIDFERET DB TH D, I, M. Bk, B, IREK, O, fd7e & ofikad 2925
ZEDBZ, TA Y —ARITIEE L ORBREE. BRI X T B85 71X
Wi h, KRAEILY VNV Ea— Rl Y Vv & ZDMisaD AT T A Ak A |
KR — 27 = Y — TR U, BRI SN2 7 LA 1%L FOfZe N 70 b
BRIZOWTHRET 5, o ERSHICNA, TRl s Mariciems s,

BinT4 position(hg38) HGVS. ¢

ARSA chr22:50625693 c. 1108-12C>G (NM_000487. 6)
ARSA chr22:50625701 c. 1108-20A>G (NM_000487. 6)
ARSE chrb:78885003 c. 1142+581A>G (NM_000046. 5)
CLN3 chr16:28482071 c. 1056+34C>A (NM_001042432. 2)
CLN3 chr16:28486663 c. 461-13G>C (N\M_001042432. 2)
CLNS chr13:76991953 c. —146T>C (NM_006493. 4)
CLNS chr13:76992012 c. —87C>T (NM_006493. 4)

CLN6 chr15:68211647 c. 486+28T>C (NM_017882. 3)
CTNS chr17:3636418-3636419 c. —643_—642insT (NM_004937. 3)
CTNS chr17:3648823 c. 141-24T>C (NM_004937. 3)
CTNS 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 (NM_000152. 5)

GAA chr17:80108467 c. 1076-22T>G (NM_000152. 5)
GAA chr17:80108686 c. 1195-11T>A (NM_000152. 5)
GAA chr17:80116623 c. 2190-345A>G (NM_000152. 5)
GAA chr17:80118633 c. 2647-20T>G (NM_000152. 5)
GALC chr14:87934720 c. *12G>A (NM_000153. 4)

GALC chr14:87943200 c. 1671-1642G>A (NM_000153. 4)
GALC chr14:87993230 c. —66G>C (NM_000153. 4)
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GALC chr14:87993231 c. —67T>G (NM_000153. 4)
GALC chr14:87993482 c. —318T>C(NM_000153. 4)
GALC chr14:87993573 c. —409T>A (NM_000153. 4)
GALC chr14:87993627 c. —463C>T (N\M_000153. 4)
GALNS chr16:88831691 c. 1002+307G>C (NM_000512. 5)
GALNS chr16:88832268 c. 899-167A>G (NM_000512. 5)
GALNS chr16:88841982 c. 245-11C>G (NM_000512. 5)
GBA chr1:155235855-155235858 | c. 1225-14_1225-
11de]1TGTCinsAGT (NM_001005741. 3)
GBA chr1:155238318 c. 589-12C>G (NM_001005741. 3)
GBA chr1:155241262 c. —68-82A>G (NM_001005741. 3)
GLA chrX:101398110 c. 1000-11T>A (NM_000169. 3)
GLA chrX:101398737 c. 801+48T>G (NM_000169. 3)
GLA chrX:101398957 c. 640-11T>A (NM_000169. 3)
GLA chrX:101399747 c. 640-801G>A (NM_000169. 3)
GLA chrX:101399805 c. 640-859C>T (NM_000169. 3)
GLA chrX:101401237 c. 547+395G>C (N\M_000169. 3)
GNPTAB chr12:101765329 c. 1613-25delA (NM_024312. 5)
GNPTAB chr12:101768173 c. 1285-13G>A (NM_024312. 5)
GRN chr17:44345333 c. ~9A>G (NM_002087. 4)
GRN chr17:44345336 c. —8+2T>G (NM_002087. 4)
GRN chr17:44345337 c. —8+3A>T (NM_002087. 4)
GRN chr17:44345339 c. —8+5G>C (NM_002087. 4)
GRN chr17:44349163 c. —2C>T (NM_002087. 4)
HEXA chr15:72347668 c. 1146+18A>G (NM_000520. 6)
HEXB chrb:74718780 c. 1243-17A>G (NM_000521. 4)
HEXB chrb:74720617 c. 1509-26G>A (NM_000521. 4)
HEXB chrb:74720765-74720766 c. 1613+15_1613+18dupAAGT (NM_000521. 4)
HEXB chrb:74721104 c. 1614-14C>A (NM_000521. 4)
HGSNAT chr8:43159853 c. 493+809T>C (NM_152419. 3)
DS chrX:149483233 c. 1181-15C>A (NM_000202. 8)
IDS chrX:149487231 c. 1007-133A>G (NM_000202. 8)
IDS chrX:149497173 c. 709-657G>A (NM_000202. 8)
DS chrX:149505272-149505448 | c.-311_-135del177 (N\M_000202. 8)
IDUA chr4:986998 c. —87T>C (NM_000203. 5)
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IDUA chr4:987083 c. —2C>G (NM_000203. 5)

LANPZ chrX:120469070 c. 64+36C>T (N\M_002294. 3)

LANPZ chrX:120470223 c. ~1054A>C (N\M_002294. 3)

LIPA chr10:89247651 c. ~1-2A>G (N\M_000235. 4)

LIPA chr10:89251738 c. —3A>G (NM_000235. 4)

NPC1 chr18:23534325 c. 3591+121C>T (N\M_000271. 5)

NPC1 chr18:23534341 c. 3591+105A>T (N\M_000271. 5)

NPCI 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 (NM_000271. 5)

PPT1 chr1:40092522 c. 125-15T>G (NM_000310. 4)

SGSH chr17:80217004-80217005 c. 249+27_249+28del1GG (N\M_000199. 5)
SUFPDI chr11:6393875-6393878 c. 1341-21_1341-18del1AATG (NM_000543. 5)
TPP1 chr11:6616521 c. 887-18A>G (NM_000391. 4)

ERIERIR (R & 55T 5 AT FOMAADETH D,

181 R R A HsT
DA HEGE TR IDUA
D3 HEE 113 1Ds
L3 ZHEE TTTA T SGSH
L ZpENE TT1B Y NAGLU
L3 ZPHE T11C 4 HGSNAT
L ZpENRE 111D Y GNS
D3 L HESE TVA Y GALNS
D3 B HEE VI Y ARSE
L3 ZE VIT Y GUSB
D3 HEE IX Y HYALI
LAY B R— 2R GNPTAB, GNPTG
777U — GLA
ANV GAA

< )VFTINANT 72— RIEIE | SUNFI
= = GBA
HZ77 vy T U K= A CTSA
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TY R—v R NEUI

oA RURTRF ) —T R CTSD

=y I SUPDI, NPCI
PR 2 Wi s NPC2

ML T 7' Ay R— & GLBI

M2 T 7 Ay R— R HEXA, HEXB

77 R GALC

BYEMEAEY A hr 7 ¢ — ARSA

77—\ ASAH1

<~ )YV R—=V R MANZBI, MANBA

Tay R—v A FUCA1

T AT VT a2 U RIE AGA

VR T — /AR NAGA

et U /S —¥ KIBSE LIPA

VAR LAMP2

Wk S 7 NI REIE SLCI7AS

VAT UHE CINS

g A R KRT7 AF hE PPT1, TPPI, CLN3, CLN6, DNAJC5, CLN5, MFS
D8, CLNS, CTSD, GRN, ATP13A2, CTSF, KCTD7

(1) ®EFHE

M BEML L7277 5 DNA 2G| %5 DA RBIRF OIS Ea—
Ty e EZDA Yy ha RS NA TV A B3 D WDITEEER
WL (polymerase chain reaction £, PCRIELEE) ITX W IRME L., Wi —7
PH—HHNEF Y ET Y - — T YL LD BB TESIREEITV., RS
BAR T D72 A < B = — NEIRIZ 35 1T 2K B FE O S LB (b o0 M6 A f H 3
Do TRBRHBERK « FiINFED a2 IR T ) DEEZE I L T
EAEE CORMMAEEHY — R ORMR S — 7 o —TIER #2720, @iExig &
L7220, (AT A 7120 TEARNY 7o ha—7 —CRIETE 72 DIZBIL T
FHMETL208, N7 ha—F—THRIETE 2270 bDOIZE L TIHRE L
VY, GBA IZBI LTI GBA I[ZHHIRIFE 3 &> 5 7= 8, long PCR #4TVN, £ 9 GBA &=
— 7 \CHIET 5, TO%INEREN Y —7 = — TN 5, GBA IZFAAHZ D
HEH LD HA, long PCR SNARWBESITHMHE T 220,

JFRIMIE DB OZIF AN ET BN, RLTLeEFL VG ITTHE SN2 DNA 21T A
N5, ZOHEIIEx OFFNZ LT 26D ET 5,
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

EVEE R O E AR
EEEICHW SN TWD e F7 ) AU 77 L ARSI & O O | RS2
DHEZHET D,

ERBEICEIBE LTI 2 L LT DREMEOHH
R Lo AREIIREMEAZET 5 b0 THH Y EHA,

BREICETHHE
FRARDIAFTIC RV = B 235 60 3 H LA,

HEZEFET DH AT H - Tk, EERICHEZTT > WEREF DL
WEDEFEIH Y FH A,

BRER DERELSRAT:
PEHRIEBIC TIRA D A IDCIRAUC S TSR L AR O H LIAZ O
ETRT 5,

BRIEDERIEZ
WAL AT DEEA AL 1D s 7~V S AT S - R 1 A
(B zes S RIER 45 EDTA-2K (F 713 Na) HERL)

BEDORRE
Mg 1ml LA A2 145,

BRIE DRI
E203111KE 3 BB Sed/R NS T A e R ¥ T E S RES

(10) BRIEDHREH S

EF (7). (8), (9) ZWI=TMHRIKIZONT, FHICANTEIRICTARATIZHET S
(WEIIECT, RmFIORMSG ), BEHOFHIZEET L Z L 2FAIET 5,

(11) REKEERORED T~V OFEHER

BRARBGAT 7 ~UIZEAAL 1D 72 D NSRS E A 1D 253 2.
RAEREE L, YREEREORXZHEAT 2, FAREHEA 2 TR,
- EA{EID

- HETLOMERE (REA, BEa— NES, B
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- EPRPEBE T i
s A R T A BT ORERS
* e AR E AT SE

(12) BRiA % ERERE 0 W AERERN (MOBMERENMCHELZKET 256
(CHTeo> Tk, LAUHEERERS) £ TIRET 5 DITET SR

R AOFHBEZFA &5,
TR IR A 20T, EREREICIT kR 2T,

(13) ARFH

L

(14) BEOBH LiAH, BEWE b
OAEMFE AT S DNAFZEFT G FREE (O T SBEGEFRER)

T292-0818 THERARRHfi9 S 82 2 T H 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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