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A Disorde b ed-chain a 0 etabo : i / 7
1 hypervalinemia, =/\\)> MiE
2 hyper leucine isoleusinemia, &A1 > « AVOA Y MAE
8 maple syrup urine disease, HIERIE (A= IOy T IRAE)
4 | dihydrolipoyl dehydrogenase deficiency, SERTIUFRAILBIARBRRISE [ K-7.] EiE
5 isovaleric acidemia, V& EEEMIE
6 a-methylbutyryl-CoA dehydrogenase deficiency, a- XFILTFIL - CoA Bk R EES R RIBIE
7 multiple acyl-CoA dehy‘cllrogenase deﬁciencfy (glutaric aciduria type ),
RIVFTIVT VIV - CoA K REERRIBEE (V)V2IVERFRAETRY) [ N.-3.] E&
isobutyryl-CoA dehydrogenase deficiency, 1V 7 FUJL - CoA Bk EEEZE R IBE
B-methylcrotonylglycinuria, 8- XFIVIEOR=IVT 1) 2 FRIE
10 a-methyl-B-hydroxybutyryl-CoA dehydrogenase deficiency, a- XFJL -B- EROF> 7 F1)JL-CoA Bk EEER K IBHE
11| multiple carboxylase deficiency, ¥V F T HIL K% 5—HRIBME (MCD)
11-1. | MCD due to HCSD, AOALFFST—t AMBRRIBICESMCD
11-2. | MCD due to biotinidase deficiency, £4F =4 —+&#IZ&5MCD
12 B-methylglutaconic aciduria type I (B-methylglutaconyl-CoA hydratase deficiency),
B AFIVITIVAALBEREEIE (8- AFILFILAA=IL - COAERSZ—ERIBE) [ P.-1.-1.] =48
13 | PB-hydroxy-B-methylglutaric aciduria, 8- EROF -B- XFILT L RIVEEIRIE
14| PB-ketothiolase deficiency, B- hF45—t K iBfE
15 B-hydroxyisobutyryl-CoA deacylase deficiency, 8- ERAFXS 1V T FUIL - CoA T 75—t RIBIE
16 B-hydroxyisobutyrate dehydrogenase deficiency, 8- ERO¥S 1 ERERER K KBS 3R RIBIE
17 methylmalonic semialdehyde dehydrogenase deficiency, XFILvO> Bt 7L 7RG K FEEESE R IBAE
18 propionic acidemia, 7R~ B M fE
19 methylmalonic acidemia, *F/L~0O B M
19-1. | methylmalonic acidemia (mutase), *F/LYOBME (LZ—EEBICLD)
19-2. | methylmalonic acidemia (isomerase), *FIVYOAEEMIE ((VAT—EEFEICLB) 70 ~ 90%
19-3. | B12-responsive methylmalonic acidemia, B12 RICExF /L0 B MIE
20 | mevalonate kinase deficiency, */\O>B*F—tRIBE (E BHABOREEHE)TE)
B Disorde e ala e metabo o L
1 phenylketonuria, 7x=JL4 > fRIE
2 hyperphenylalaninemia, &7 =/)V7 5= MfiE
3 defects in the synthesis of BH4, BH4 & k&S
4 | defects in the recycling of BH4, BH4 Bk
5 neonatal transient hyperphenylalaninemia, 4R —@M4S7 1=/ 7 7= ME 70 ~ 90%
6 secondary mild phenylketonuria due to total parenteral nutrition, FDEARRERIIMT TICFhICASNS ZRIET=)IV bR
7 secondary mild phenylketonuria due to methotrexate, XrhLFH—MERTICENICASNE KT TZIVR R




Disorde oSine metapo I S o ‘e

1 tyrosinemia type I, FE > METR
2 tyrosinemia type Il, FO > MAETH
3 tyrosinemia type Ill, F02 > MAENE
4 aromatic amino acid decarboxylase deficiency, &7 3/ BER i BR B 3R RIBTE
5 Hawkinsinuria, &—%>3 > FRiE
6 alcaptonuria, 7)VA7 b FREE
7 neonatal transient tyrosinemia, ¥4 2 —@MEF0> > M
8 secondary tyrosinemia, —RiEEF AL - ME
8-1 secondary tyrosinemia due to other drugs, EE#JHED — RiEEF AL > MAE
8-2 secondary tyrosinemia due to other inborn errors of metabolism, fthDXHREHRO RS FOT 2 M
D P era onemias a eficie AR Il
1 carbamoylphosphate synthetase deficiency, 71JL/NEA LU BEE FBESR R IBHE
2 N-acetylglutamate synthetase deficiency, N- 7 tF LTIV 23 BEE B BESE R IBTE
3 omithine transcarbamylase deficiency, #IL=F>hT>ZHILINIS— RIBHE
4 citrullinemia, L1 MIfE
5 argininosuccinic aciduria, 7L =/3/\7ERFRIE
6 hyperargininemia, &7 /¥ = [MIfE
7 lysinuric protein intolerance, > R4 E AN AE
8 t}lperornithinemia-m/perammonemia—homocitruIIinuria (HHH) syndrome,
SHIV=FMEE - &7 EZTMIE - AESMNVICRE (HHH) ERE
9 | citrin deficiency, YNJLRIBIE, FIPBEIS M EHEIFERIFA (NICCD), BARIEIERIMLUSME (CTLN2)
10 transient neonatal hyperammonemia, #1418 —@tE 7> E=7 MAE 70 ~ 90%
11 hyperammonemia due to other origin, ZDMNDE 7> E=7 MiE 70 ~ 90%

Transport and other disorders, kg7

1 cystinuria, ¥ AF > ERIE
2 Hartnup disease, /\—h7 v 7%
3 dibasic amino aciduria, —18&M4 73/ BFRIE
4 iminoglycinuria, 13/7) > [RiE
5 secondary iminoglycinuria, — X413/ 71 BRIE
6 transient neonatal iminoglycinuria, ¥4 2 —@ME13/ 7)Y 2 FREE 70 ~ 90%
7 Fanconi syndrome, 77> J=—fE1&EE
hereditary renal hypouricemia, &A1= B 41K FREL M
8 Fanconi Syndrome E7 (77>a=—fE{&#f) &Xanthinuria M2 (4> FFRIE) #ERI CEB7=0.
AR B E8 DA HTEEt DB 3 DL RIRB IR T,
9 hypophosphatasia, {&#+2772—1t1E
etabolic disorders o p and O : DA L
1 glutaric aciduria type I, ZJV2JLERFRAETRY
2 &Y MAE hyperlysinemia 73/ 7 B w37 VT eR & BB R RIBFE, a-aminoadipic semialdehyde synthase (AASS) deficiency
2-1. ST MIE IR hyperlysinemia type |, UT> - TV ELAMETEEZR RIBIE Lysine-ketoglutarate reductase (LKR) deficiency
2-2. | ®YYPIENE hyperlysinemia type Il, #vAOE>ERIE Saccharopinuria, Saccharopine dehydrogenase (SDH) deficiency
3 pipecolic acidemia, E/~x3!) > EEIMIE
4 a-aminoadipic aciduria, a- 73/ 7 BERIE
5 tryptophanuria, ~J7'h77 > BRAE
6 xanthurenic aciduria (kynureninase deficiency), ¥4 YL BEFREE (¥ XL =F—ERIGE)
7 xanthurenic aciduria due to B6 deficiency, B6 RZJE(C&2F ¥ YLV BRERIE
8 a-aminoadipic a-ketoadipic aciduria, a- 73/ 7ECER -a- TN T UEBRIRTE
9 hydroxylysinuria, EREF US> REE
10 hyperornithinemia, &7 /L =F> MfiE




etabolic disorders o onta g o acid, folate & cbl, &= L % DA L
1 homocystinuria, #EZF > RIE
1-1. homocystinuria type | (cystathionine 8- synthase (CBS) deficiency), RESXFURIEIR! (S X4F 4= AR BER RIBIE)
1.2, homocystinuria type Il, 5-methyltetrahydrofolate-homocysteine methyltransferase (methionine synthase) deficiency,
FESAFUREIR (XFF= AR EBERRIBIE)
1-3. homf)cystinuria type Il (5,1 O-methyl_enftet[ahydro\g)l_ate reducitase deficiency),
FEVAFURETE (5,10 - AFLL T EROEERTER RIBE)
2 y-cystathionase deficiency (cystathionuria), y—> A2 FF = R8I (Y RA2F 4 = FRfE)
3 hypermethioninemia, EXF 4 = MIiE
4 hereditary folate malabsorption, 3B =4 ZEBERINAR
H Metabolic disorders of Pro, Gly, His, - alanine and others, 70U, 7Yy Y, CAF IV,
1 hyperprolinemia type |, =70 MEIR
2 hyperprolinemia type Il, &7 AU MAETE
3 hyperglycinemia, =7')> > ME
4 secondary hyperglycinemia, —XM&=71) > MiE
5 sarcosinemia, /LY IME 90 ~ 99%
6 hyper B-alaninemia, = B- 7 7= MfE 95 ~ 99%
7 malonyl-CoA decarboxylase deficiency, ¥O=JL - CoA B ;K EAEESE K I81E
8 hyperhistisinemia, SEXF > MiE
9 urocanic aciduria, 7Oh = EEFRAE
10 prir_nary hyrferoxa!uria type |, ?Ianine: glymiylate aminotransferasc? \(AGT) deficiency, REEMEIRS 1 VERRAEIR,
T2 FUVAXRVIVEETI/NT AT 15— (AGT) RIBE (MR LEBELIEHHD)
11 priman( h}/peroxaluria type I, I?-glyc?rate dehydrogenaﬂse/gleoxyla‘tf Leduetastz deficiency,
FEHEMES 2 VBRRETR, D - JUtV B KREER 7 )A X2 IVESE T B R RIBEE
Hn primary hyperoxaluria 1, 4-hydroxy-2-oxoglutarate aldolase (HOGA1) deficiency: RSB 1 VB IIE, 4—EFOFS—2-FMIVALEE TIKT—t RIBE
12 D-glycerate kinase deficiency, D - 7t EE¥F—t RIBHE
13 succinic semialdehyde dehydrogenase deficiency, 4-hydroxybutyric aciduria, 2/\7BE 37V T ERBIKRBERRIBIE, 4- RO+ BEAIRIE
14 glycerol kinase deficiency, 71)t0—IL¥%F—+t RIBE
15 Canavan disease, 77/\4%
16 5-oxoprolinuria due to glutathione synthetase deficeincy, 7IV2F 4 & REESR RIBAEIC LD 5- 4%V 7OV RIE
17 5-oxoprolinuria due to 5-oxoprolinase deficiency, 5- 7%V 7 OUF—ERIBIEICLS 5-FF VT ORI
18 prolidase deficiency, 704 —+t RiBfE
Disorde bohydrate metabo 1 L
1 galactosemia, 7Z7h—2IfiE
1-1. galactosemia type |, /Z7h—X METE
1-2. galactosemia type Il, AZ7~—XMAETE
1-3. galactosemia type Ill, #5577 h—X MEMDE
2 fructose intolerance, 7JV7h—ZAMHEE
3 renal glucosuria, BV -2 R
4 diabetes mellitus, &K%
oneogene disorde z A
1 glucose-6-phosphatase deficiency, 7/V3—2X - 6 - 74X 7 72—t RIBIE
2 fructose-1,6-diphosphatase deficiency, 7V Ih—X - 1,6 - Y74 X7 72—t RIBfE
3 pyruvate carboxylase deficiency, EIVEBEAIVRF ST —+ RIBAE
a acidemia d 5 L& I iRz K
1 lactic aciduria (lactic acidemia), FLEEFREE (= FLELMAE)
2 a-ketoglutaric aciduria, a- 77~ LR IVERFRAE
3 fumaric aciduria, 7 /JVERFRIE
4 pyruvate dehydrogenase deficiency, EIVE > ELRH K E BT R IBAE
5 thiamine-responsive pyruvate dehydrogenase deficiency, F77 3> RISMEEIVE S B K SR BESR RIBIE
6 defect in electron transport system, & F = EREE
7 dihydrolipoyl dehydrogenase deficiency [ A.-4.], YERAURA IV KRB RIBSE [ A-4.] B
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Neuroblastoma and Zellwerger syndrome, fli#%

1 neuroblastoma, &3 #RiaE ‘
2 Zellwerger syndrome, Y TbAN—S v —EREE
M Disorders in purine and pyrimidine metabolism, 7V &I DR RE
1 molybdenum cofactor deficiency, U7 7R FRIgHE
2 xanthine oxydase deficiency, xanthinuria, ¥4>F> 74 %34 —tRIBFE, ¥4 FRIE
3 dihydropyrimidine dehydrogenase deficiency, YEROEUIT L FeRO4 F—+ RIBAE
4 dihydropyrimidine hydrolase deficiency, YERAEYIYF—t RIEE
5 B-ureidopropionase deficeincy, 8- TLARTOEH +—+t RIBE
6 Lesch Nyhan syndrome, Lw>a « 1N\ AfEMRR (HPRT 524 RIEFE)
7 hypoxanthine-gu?nine phosphor‘ibosyliransfera_se (HPRT) deficiency,
ERFYLFL - T ZURRRYRVINS LR T 15— E RIBE (HPRT #8453 RI&E)
. adenine phosphoribosyltransferase (APRT) deficiency (2,8-dihydroxyadenine lithiasis),
TF=UARRRYRVIVNS S ZT25—+ (APRT) RIBIE (2,8 - EROF S 7 F =4 RIE)
orotic aciduria, ZRyhEFRAE (OPRT RIBHE)
10 | RBEEY ERELE. ERELE) ORERE
Disorde etone and fa a etabo B IR R DA 2
1 long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency (trifunctional protein deficiency), 70 ~ 99%
RE3 - EROFS 7L - CoABKRBEFRRIBIE (=FERER RIBIE)
2 medium chain acyl-CoA dehydrogenase deficiency, F§87 )L - CoA B KREESR RIBIE 70 ~ 99%
3 multiple acyl-CoA dehydrogenase deﬁcier]cy (glutaric aciduria type 1), 70 ~ 99%
RIWFTIT LIV -CoABKTRBERRIBE (VIVSIVERIRIETR) [ A-7.] B4
medium chain B-ketothiolase deficiency, F$8p- 7hF+7—t RIBIE 70 ~99%
short chain acyl-CoA dehydrogenase deficiency, #8877l - CoA KRB R RIBIE 70 ~ 99%
6 medium; / short- chain 3-hydroxyacyl-CoA dehydrogenase deficiency, 70 ~ 99%
thl 488H3 - EROXS 7L - CoA Bl KRBT R RIBIE
ketonuria, 7h>FR (N7 ~ 12 3RRA T3 H<FRRB) 70 ~ 99%
ketotic dicarboxylic aciduria, 7~ HIVREERER 70 ~ 99%
hypoketotic dicarboxylic aciduria, &7~ 14T HIVRBEER 70 ~ 99%
10 nonketotic dicarboxylic aciduria, FE7 N AL HILARERFR 70 ~ 99%
11 3-hydroxydicarboxylic aciduria, 3 - ERAFx S AIRUELR 70 ~ 99%
12 MCT-milk related dicarboxylic aciduria, MCT 2L 7#BBUZ &2 HIVKRBEFR 70 ~ 99%
O Deficie 0 7 e 0 0 SO K -0
1 molybdenum deficiency, €Y7 7> RZAE
2 biotin deficiency, E#F> RZfE
3 folate deficiency, EFEX ZIE
4 B12 deficiency, B12 RZiE
P f-Me glutaco aciduria and 0 a a, B % % IR 2 iz R . gy K
1 B-methylglutaconic aciduria (BMGA-uria), B- AF LI IL2 I EEFREE (BMGAFRIE. FTR %) 70 ~ 99%
1-1. | BMGA-uria type I, BMGA FRAEI®E (B-methylglutaconyl-CoA hydratase deficiency) [ A.-12.] B8
1-2. BMGA-uria type I, BMGA FRFEIE! (Barth syndrome) 70 ~ 90%
1-3. BMGA-uria type I, BMGA FREEIME (Costeff syndrome) 70 ~ 90%
1-4. BMGA-uria type V, BMGAFREEVE! (Mitochondrial ( + / —DNA) abnormalities) 70 ~ 90%
1-5. BMGA-uria type V, BMGAFREEVE (mitochondrial protein import dysfunction) 70 ~ 90%
2 hypocitraturia, €7 T B8R (Ff R.%)
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