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BIFH T, TALADOBEBE ISP RZEBIZIEFIROSN TS, EEETAD
ATHHLETEIF 70 —X A TANADO—FL, Rett SEBERERR Angelman JEBERE D —EF,
West SEBERED N & %2 5 CDKLS 87 EORBRERBGIIEHEHTH S ) (ZEF VA
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ZFONLFRD DD, AV TVOBERERETZHEITHEIF 70— XA TADADHTHE
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EE (McKusick #4207 %&E)

BT EERL BEEERET

Gaucher & (MIM 230800) 1021

acid B-glucosidase (GBA)

125370)

7 R=Y X (MIM 256550) 6p21.3 neuraminidase

ST IVERETEE - U5 (MIM 604369) 6q14-g15 SLC17A5, encoding a protein, sialin

AZT7 RS T7Y K= X (MIM 256540) 20013.1 protective protein for f-galactosidase (cathepsin A)
Tay-Sachs #& (MIM 272800) 15023-024 hexosaminidase A

a4 K- URITIXF /=X (MIM 256730) | 1p32 CLN3, 51t

J =¥ ThbdrA (MIM600143) 8pter-p22 CLN8

Unverricht-Lundborg &5 (MIM 254800) 21022.3 cystatin B

Laforai® (MIM 254780) 6024 EPM2A

myoclonus epilepsy associated with ragged = mtDNA MTTK, MTTL1 (mt#x# RNA)

red fibers (MERRF) (MIM 545000)

WA FAZAR B IRV 1 AZEHEIE (DRPLA) (MIM | 12p13.31 DRPLA (CAGDRE=HtUTL v hJE— MR)
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F2 BETFREPREShAZEINTALAY (ETMIFI/O0-XXTALAZRL)

EZ (McKusick #2077 %S) BIETFEENL Bi=F (E)
BEREMEEREAEEZE AL A1 (MIM 600513) 20q13.2-q13.3 | CHRNA4 (ACh S7&1F)
BREMEERBIIEETA»A S (MIM 605375) 1p21 CHRNB2 (ACh Z#&1K)
BRAEMEEREIFEE TCA»A 4 (MIM 610353) 8p21 CHRNA2 (ACh 27&1F)
BMREEHFEIR TN A T (MIM 125370) 20g13.3 KCNQ2 (K*F v xJb)
BMREEHFER TR A 2 (MIM 121201) 8q24 KCNQ3 (K*F v xJb)
FEIHAME R FRE 1 B (MIM 160120) (¥ S 2805 1E 12p13 KCNAT (KT + %)
RTCADPAEREES ZXZIT 10922 KCNMAT (K*F v 2 L)
BEEAER 2 55 BB HREMED TAD A (MIM 600512) | 10924 LGIT (K'F v 2IL)
LBTADPARMETORATSZ 1 (MIM 604233) 19913.1 SCN1B (Na™F v % L)

B TADABMITFVRA TS X2 (MIM 604233) 2024 SCN1A (Na™F v % JL)
IREFEIAVO=—TADLA (MM 607208) 2024 SCN1A (Na™F v % JL)
HETONABEIUTADA 2023-024.3 SCN2A (Na™F v % L)
JLREFEIA/O=—TADA (MM 607208) 2023-024.3 SCN2A (Na™F v % L)
BHREEHEIRILBIFONA (MM 607745) 2023-024.3 SCN2A (Na*F + % JL)
BREMEMEEEIF /O —TAN»A (MIM 606904) | 5034-935 GABRA1 (GABA, S&fF)

LR TADARMITFVRAT T X3 (MIM 604233) 5034 GABRG2 (GABA, S&1E)

BT WhA TS X ERBREE 5034 GABRG2 (GABA, ZR&1E)
JLREEIA7OZ—TANA (MM 607208) 5034 GABRG2 (GABA, ZH1F)

FEIEAM AR 2 B (MIM 108500) (CES> 2R TAD A | 19p131 CACNA1A (Ca®™*F v %)
EEIF7O=Z—TADA (MIM 254770) 2022-23 CACNB4 (Ca*"F v % JU)
INBREWTADA 16p13.3 CACNATH (Ca*" F v xJv)
BRMESBTAD A (MIM 600669) 2022-23 CACNB4 (Ca®*F + % JV)
BRMELBTADPA (MIM 600669) 3026-qgter CLCN2 (CI"F + % JL)
#ikFuh A (MIM 604352) 5q14 MASS1 (EAR/EPTP UE— F3REB?)
EEIF7O=Z—TADA (MIM 254770) 6p12-p11 EFHC1 (EF N> REH)
KIEMESFETAD»A (MIM 308350) Xp22.13 ARX (R X # Ky 7 Z&EF)
KiEMESETADA (MM 308350) Xp22 STK9 (> hLF = xF—+1)
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