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WETBE R

No. BETAE Ver. | fHERIBHLAHA VERE KRE
1| HRUERL 1 2017/05/31 | /NE M | & THE
2 | EAEHET KL ADETIE 2 2017/7/25 | /PR | AR TR

BRAKEE LA RAHO) 02 LE X
3 | MEHHLADEBIE (T4 Y —4->| 3 2017/9/11 | /Mg M | AR TR
FA V=)
4 | RAEEKEE LA RAOQ) ORIBRE x| 4 2018/4/2 | M)INE— | &% TH&
IS AHIHE (11) OB
KGRI DB (SGS6G—SGSH)
5 | T LVBEEZ 2% 6 1%ITMELE 5 2018/5/9 | MJINE— | &% TH&
6 | g O IE GRE SR OBISl) 6 2019/4/1 | MINE— | SRER
7 | Intron FEIK DB 7 2020/8/26 | FJIE— | KRB
8 | Intron fEIK DB 8 2021/6/29 | HHJINE— | SR
9 | HE=AZLHE 9 2022/4/1 | M)INE— | SRS
10 | SEBGEN 10 | 2022/11/24 | fMIE— | SRE
11| () BAERKEEORHEEE 0L H 11 2023/4/1 AR THE | REN
12 | fiftu A RUKRTZAFAEZBMN | 12 2024/3/5 | MJINE— | CRE%
13 | intron fEIKDZH 13 2024/6/1 | fIE— | KB
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BEEB I AV —10IF |

BREA : [ 74 VY —LFEEETFRE ]

HEng

TA Y —LIFHIE, A DOTA Y — ABEFRORBIZL Y | MR S U722 G
FEM) DFERET DIRBTH D, NP, Mg, Bk, B, IREk. O, 72 S ofeikEs 235
ZENZ, TA Y —ARITIEE L ORBPE T, BRI X0 I 2 B85 1T
Hip s, RREZY AV Ha— REKT 7 V> EZDOMNED AT 7 A ANLEE %
WA — 7 = =TT L BRI ST VAV 1%L T Of723) 7 0 b
BEERIZOWTHET S, F7o BRofEEIC . TREOBER b MTIZEMT 5,

B4 position (hg38) HGVS. ¢

ARSA chr22:50625693 c. 1108-12C>G (NM_000487. 6)
ARSA chr22:50625701 c. 1108-20A>G (N\M_000487. 6)
ARSB chr5:78885003 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 (N\M_006493. 4)
CLNb chr13:76992012 c. —87C>T (NM_006493. 4)

CLN6 chr15:68211647 c. 486+28T>C (NM_017882. 3)
CINS chr17:3636418-3636419 c. —643_-642insT (N\M_004937. 3)
CINS chr17:3648823 c. 141-24T>C (NM_004937. 3)
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 (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 (N\M_000152. 5)
GAA chr17:80118633 c. 2647-20T>G (N\M_000152. 5)
GALC chr14:87934720 c. *12G>A (N\M_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 (N\M_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 (N\M_000512. 5)
GALNS chr16:88841982 c. 245-11C>G (\M_000512. 5)
GBA chr1:155235855-155235858 | c. 1225-14_1225-
11del1TGTCinsAGT (NM_001005741. 3)
GBA chr1:155238318 c. 589-12C>G (\M_001005741. 3)
GBA chr1:155241262 c. ~68-82A>G (\M_001005741. 3)
GLA chrX:101398110 c. 1000-11T>A (NM_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 (NM_000169. 3)
GLA chrX:101399805 c. 640-859C>T (NM_000169. 3)
GLA chrX:101401237 c. 547+395G>C (NM_000169. 3)
GNPTAB chr12:101765329 c. 1613-25delA (N\M_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 (N\M_002087. 4)
GRN chr17:44345337 c. —8+3A>T (NM_002087. 4)
GRN chr17:44345339 c. —8+5G>C (N\M_002087. 4)
GRN chr17:44349163 c. —2C>T (NM_002087. 4)
HEXA chr15:72347668 c. 1146+18A>G (N\M_000520. 6)
HEXB chr5:74718780 c. 1243-17A>G (N\M_000521. 4)
HEXB chr5:74720617 c. 1509-26G>A (N\M_000521. 4)
HEXB chr5:74720765-74720766 c. 1613+15_1613+18dupAAGT (N\M_000521. 4)
HEXB chr5:74721104 c. 1614-14C>A (NM_000521. 4)
HGSNAT chr8:43159853 c. 493+809T>C (NM_152419. 3)
1Ds chrX: 149483233 c. 1181-15C>A (NM_000202. 8)
1Ds chrX: 149487231 c. 1007-133A>G (N\M_000202. 8)
1Ds chrX:149497173 c. 709-657G>A (NM_000202. 8)
1Ds chrX:149505272-149505448 | c. -311_-135de1177 (\M_000202. 8)
IDUA chr4:986998 c. —87T>C (N\M_000203. 5)
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IDUA chr4:987083 c. —2C>G (NM_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 (N\M_000235. 4)

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

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

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

NPCI chr18:23552736 c. 1554-1009G>A (NM_000271. 5)

NPCI chr18:23557218 c. 882-28A>T (NM_000271. 5)

NPCI chr18:23576855 c. 58-3281C>G (N\M_000271. 5)

NPCI chr18:23576864 c. 58-3290G>A (N\M_000271. 5)

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

SGSH chr17:80217004-80217005 c. 249+27_249+28de1GG (\M_000199. 5)
SHPD1 chr11:6393875-6393878 c. 1341-21_1341-18de1AATG (NM_000543. 5)
TPPI chr11:6616521 c. 887-18A>G (N\M_000391. 4)

[EBIERR % & 35T 5 G T FOMAEbETH 5,

{1 el PR A5 HsTF
DA HEIE T 7Y IDUA

I ZEE 11 A 1Ds

L ZREE TT1A Y SGSH
L ZpEE 1118 Y NAGLU
L ZpEE 1116 Y HGSNAT
L ZpEE 111D Y GNS
I3 ZBEE TVA Y GALNS
D= ZHEE VI R ARSB
L ZRESE VIT Y GUSB
b3 HEE IX R HYALI
LAY B R— R GNPTAB, GNPTG
777U —JH GLA
AN GAA

<~ IVFTINANT 7 X —BREIE | SUIFI
a—3 = JF GBA
W77 " T U R—=VA CTSA
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(1)

T Y R—v R NEUI

oA RURTZAF ) — R CTSD

R A SUPDI, NPCI

ML AT 7 U A R—=T A GLBI

M2 T 7 AL R—=T R HEXA, HEXB

77 IR GALC

BIMERMAE A b7 4 — ARSA

77 —/NR ASAHI

<~ )V R—=v R MANZBI, MANBA

Tay R—v A FUCAI

T A2 OLF LTV a3 U RIE AGA

v R — /Pl NAGA

etk U X — KABSE LIPA

VAL LAMP2

Wl > 7 VIR BRI SLCI7AS5

VAT UNE CINS

ikt oA KU KRT7AFURE PPT1, TPP1, CLN3, CLN6, DNAJC5, CLN5, MFS
D8, CLNS, CTSD, GRN, ATP13A2, CTSF, KCTD7

REFE

M SEML L7257 5 DNA D2 324 T DA QBB O AE<Ea— R
T Y e E2DA v hr BRI ENA T XA B =g D WD
&% (polymerase chain reaction %, PCREENE) ITX VML, kiR —7r
Y —HL0EF Y BT Y = — I K D EE TEIIREEZ TV, RAETR
BARF DTz /X < B = — NHEIKIC 350 2K BUAHFE O M LBl A 28 b D i 4 i 5
Do MMBRIBRK « FHNED 2 ©—HELRLRKME R 7 ) SEEZEIZE L T
B E CORENEHY — FRORMEA S — 7 o — TR R 720, HiExs L
L2, TS A 7120 TEARY T ha—F7—CTRIHETEZLDIZE LT
FHET 208, N7 ha—F —CTRIHTE 2o b DICE L TidHE L
VN, GBA ITBI LTl GBA IZHHIFIREI S 8> 5 726D, long PCR 24TV, £ GBA &=
—JZI\THET %, TO®%INERINR T — 7 = — T 5, GBA LA Z D
WEHLL DDA, long PCR ENAWESITMTE 20,

JRAIIE DA DZITF A E T B0, RT3 WIS Sz DNA 21 A
N5, ZOHEEA OFEFIZL VT 26D LT 5,

(2) EBEROMEZELLE
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EERINZHAWSN TS e F7 2 L) 77 Lo ARG & DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEDOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B3 H LI

(6) HEZHEFETIHEITH o T, RERICHEEAT ) WEREFTOLH
HEDEFELH Y F A,

6) BIEDTERSM:
AR TRE D BAJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0#E T~V BE T S -8 mssy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) BREDOREFRM
PRIMAR T, TR IE £ T TR E T 5,

(10) BiEDRHESAE
FE (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBS LT, RARIORMES ), REAOBRICRET S22 FAIET 5,

(11) MEKEERORIED T~V OTLHEH
BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D
- WETORATHA (REA, Ao — NES. BRI
* RSP BE TS
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s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREB/HHE
7L

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

E-mail : onjk@kazusa. or. jp
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