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FLWIARI Y —=U 7% R—bTHVRTLAELT, EZH L LTOBER
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2 KB (BEINLVIEREL425) ko\WT, AEERTFERZRAEL,
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70— EITENLENI LI LORBVEETHS. ERAART 110 HARH
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R %[FIZE L, Phenotype/genotype correlation % 8%
MTBHZEix, KitRKDR 7 Y —=v TBHA
FO7Ha—%ES¢TDHNENIZ LD
RBRVEETHS.

B4 hET B7 b FAT7—EREAER
OWTBEREFRFTE2IToT&E . IV V%
PCR TH#ig, ¥A V7 b —I = RAFTH LW
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JPN, Wanders RJA, Kondo N: Single-base
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fREL BT I7/N8 BERTCOES
Methylmatonic acidemia MUT 13 R X R 2007
Propionic acidemia PCCA 24 BAL RPN IRR 2003
pCeB 15
T2 deificiercy T2 12 BEXPNREH 2007
Isovaleric acidemia Vb 12. ND
Methylerotonviglycinauria MCCA 19 B RS/ RE 2007
MCCB 17
HMG~CoA lyase deficiency HMGL 9 HEEXSPRH 2000
Multiple carboxylase defiicnecy bistinidase ND .
holocarboxylase 14 B xFBERE 2001
GA1 GCOH 1 EXENRY 1998
MCAD deficiency MCAD 12 BRXPLNRY #i7p
VLCAD deficiency VLCAD 20 BRXE/BEXE 2002
TFP deficiency TFPa 0 BiRXF/ R EiITP
TFPb 16
GPT1 deficiency CPT1A 19 ND
CPTIB 19 ©  ND
CPT2 deficisncy CPT2 5 HEEXEHEIRH 2007
Carnitine translacase deficiency CACT 9 ND
Systemic carnitine deficisncy  OCTNZ 10 i B 1999
GA2 ETFA 12 BRBEXLNRY 2002
ETFB 6
ETFDH 13
Tyrasinemia type 1 FAH 14 ND
Citrutlinemia ASS 16 BRREBARPELY 2003
Argininosuccinic aciduria ASL 16 HEEEXNRHE 2002
Phenylkstonuna PAH 13 KEEFIIXENRE 2004
Mapls syrub urine disease Flaipha 9 EERXE MR 1998
Elbeta 11
E2 11
Homocystinuria CBH 23016)  BALKF/NRE 2006
B3 3] 19
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