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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 %
WM — 7 = =TT L BRI ST LV 1%L T Of723) 7 0 b
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B4 position (hg38) HGVS. ¢

ARSA chr22:50625693 c. 1108-12C>G (N\M_000487. 6)
ARSA chr22:50625701 c. 1108-20A>G (NM_000487. 6)
CLN3 chr16:28482071 c. 1056+34C>A (N\M_001042432. 2)
CLN3 chr16:28486663 c. 461-13G>C (NM_001042432. 2)
CLN5 chr13:76991953 c. —146T>C (N\M_006493. 4)
CLNS chr13:76992012 c. —87C>T (NM_006493. 4)

CLN6 chr15:68211647 c. 486+28T>C (N\M_017882. 3)
CINS chr17:3636418 c. —643G>T (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 chr17:80101627 c. —113+2T>A (NM_001079803. 3)
GAA chr17:80104542 c. —32-13T>A (NM_000152. 5)
GAA chr17:80104552 c. —32-3C>A(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 (\M_000152. 5)
GAA chr17:80108686 c. 1195-11T>A (N\M_000152. 5)
GAA chr17:80116623 c. 2190-345A>G (N\M_000152. 5)
GAA chr17:80118633 c. 2647-20T>G (NM_000152. 5)
GALC chr14:87934720 c. *12G>A (NM_000153. 4)

GALC chr14:87993230 c. —66G>C (NM_000153. 4)
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GALC chr14:87993231 . —67T>G (NM_000153. 4)
GALC chr14:87993482 . —318T>C(NM_000153. 4)
GALC chr14:87993573 . —409T>A (NM_000153. 4)
GALC chr14:87993627 . —463C>T (N\M_000153. 4)
GALNS chr16:88832268 . 899-167A>G (NM_000512. 5)
GALNS chr16:88841982 . 245-11C>G (NM_000512. 5)
GLA chrX:101398957 . 640-11T>A (NM_000169. 3)
GLA chrX:101399747 . 640-801G>A (N\M_000169. 3)
GLA chrX:101399805 . 640-859C>T (NM_000169. 3)
GLA chrX:101401237 . 547+395G>C (\M_000169. 3)
GNPTAB chr12:101768173 . 1285-13G>A (N\M_024312. 5)
GRN chr17:44345333 . ~9A>G (NM_002087. 4)

GRN chr17:44345336 . —8+2T>G (NM_002087. 4)
GRN chr17:44345337 . —8+3A>T (N\M_002087. 4)
GRN chr17:44345339 . —8+5G>C (NM_002087. 4)
GRN chr17:44349163 . —2C>T (NM_002087. 4)

HEXA chr15:72347668 . 1146+18A>G (N\M_000520. 6)
HEXB chrb:74718780 . 1243-17A>G (\M_000521. 4)
HEXB chrb:74720617 . 1509-26G>A (\M_000521. 4)
HEXB chrb:74721104 . 1614-14C>A (N\M_000521. 4)
DS chrX:149483233 . 1181-15C>A (NM_000202. 8)
DS chrX:149487231 . 1007-133A>G (N\M_000202. 8)
DS chrX:149497173 . 709-657G>A (NM_000202. 8)
LIPA chr10:89251738 . —3A>G (N\M_000235. 4)

NPCI chr18:23534325 . 3591+121C>T (NM_000271. 5)
NPC1 chr18:23534341 . 3591+105A>T (N\M_000271. 5)
NPC1 chr18:23552736 . 1554-1009G>A (N\M_000271. 5)
NPCI chr18:23557218 . 882-28A>G, T (N\M_000271. 5)
NPCI chr18:23576864 . 58-3290G>A (\M_000271. 5)
PPTI chr1:40092522 . 125-15T>G (NM_000310. 4)
TPP1 chr11:6616521 . 887-18A>G (NM_000391. 4)
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R T — /R NAGA

FaE U o —B KIESE LIPA
VAR LAMP2
Wl > 7 VPR REIE SLCI7A5
AT UE CINS

MRt a A FYRT AF UNE

PPT1, TPP1, CLN3, CLN6, DNAJCS, CLNS, MFS
D8, CLNS, CTSD, GRN, ATP1342, CTSF, KCTD7
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https://www. kazusa. or. jp/genetest/index. html
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