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THE CHEMICAL TIMES
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Lactate dehydrogenase H subunit deficiency
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KICZLZFENTVBICH . FRIMERD 7 AV TA LMEEZET DT
L TESME (MEPDORTF) EEREDERINTRETH Y. X
MELD-HIASME CIEFRMIR CHSRD I E13DTc 6. T DAL
OJRECH D CNITHR T Ik (MR, FHBE) RRTEHRD
NG =2 BULRENT OBRSHDEONDRIMIKDLDT 1V
HA LIV — VDR CENR B CHBRIBESHE TE D,
CORWRT B LFENZTV. MBDRREZZISNDERN
BHINNE ©E52ABTEZMER DN RE W, BRIRZHA
(CIHFICHATIFIRV . U UBHYS ., BIEE AW Z 8. BER
REEZN. NBELFNEERETOHD,

TEIREDBHEMETH DN ARMERICZWVWHY T 12w RiE
LCWafco BMEEMAEURVHDESADMRETS N H
HRERIFEEBAS RN 07 > T LD-HRIEEIC K BERIR
AERFEAS D TIFRL,

2) AEFeORSF—EMY T 12y hRIEE (FERRXEY)
Lactate dehydrogenase M subunit deficiency (Glycogen storage disease XI)
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FBP: fructose-1,6-bisphosphate, DHAP: dihydroxyacetone phosphate,
GA3P: glyceraldehyde-3-phosphate, G3P: glycerol-3-phosphate
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| C6 > C7 p.Q20fs Maekawa (1994) Eur J Lab Med 2, 161; Kanno (1995) Muscle Nerve 3, S54
2 IVS2 ds -1 G > A exon 2 skip Tsujino (1994) Ann Neurol 36, 661
3 TGTTGT > TGT p.V124del Makeawa (1994) Hum Mol Genet 3, 825

LD-MX & 4 CGA-TGA p.R169X Maekawa (1994) Eur J Lab Med 2, 161; Kanno (1995) Muscle Nerve 3, S54
5} CTCT > CT p.L214fs Tsujino (1994) Ann Neurol 36, 661
6 TTGG-—-TTGG > TTGG p.G253fs Maekawa (1990) Biochem Biophys Res Commun 168, 677
7 GAG > TAG p.E329X Maekawa (1991) Biochem Biophys Res Commun 180, 1083
5 AAA > GAA p.K222E Maekawa (1994) Clin Chem 40, 665

BRGBENEDLN)T

7 CG > TGT p.R315C Sudo (1992) Biochem Intl 27, 1051

HGMD 78 ( 81 ) Mutations (2020.4) cDNA sequence : NM_005566.4 (CEESED/EMRKREGEDER

K6 LD-HIIBEREES IS S LOHBDELFER

| GCG > GAG A35E Maekawa (1993) Hum Genet 91, 163
2 GGG > GAG G69E Takatani (2001) Mol Genet Metab 73, 344
3 CGTCAGCADEE Ql02fs Maekawa (1994) Hum Genet 93, 74
3 AGT > CGT SI29R Sudo (1992) Hum Genet 89, 158
3 TCC > C S138fs Sudo (1994) Clin Chem 40, 1567
4 CATT mE#R L144fs Maekawa (1994) Hum Genet 93, 74
4 TAT > TAG Y 146X Sudo (1994) Clin Chem 40, 1567
LD-HX#E 4 CGC > TGC R158C Wang (2015) Sci Rep 5, 18209
4 TTT > GTT FI7IV Maekawa (1993) Hum Genet 91, 163
4 CGC > CAC RI72H Sudo (1990) Biochem Biophys Res Commun 168, 672
4 CGC > CCC RI72P Hidaka (1999) J Hum Genet 44, 69
4 TAC > TAA Y 173X Maekawa (1994) Eur J Lab Med 2, 161
4 ATG > TTG M175L Maekawa (1993) Hum Genet 91, 163
5 AAT R4k N223del Sudo (1999) Clin Biochem 32, 137
7 CC>C L290fs Maekawa (1994) Hum Genet 93, 74
| AAA > GAA K7E Maekawa (1993) Hum Genet 91, 423
3 CGG > TGG RI107W Shonnard (1996) Biochim Biophys Acta 1315, 9
BRGBENEDLLNIT
7 GAT > GTT D322V A0)I1 (1994) £ Y= 38, 25
7 TGG > CGG W325R Okumura (1999) Clin Chim Acta 287, 163

HGMD 78 ( 81 ) Mutations (2020.4) cDNA sequence : NM_002300.8 (CECED/EMHRARQGEDER
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http://jscc-jp.grjp/file/2019/alpld2.pdf, (accessed 2021-4-8).
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