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A Disorders in branched-chain amino acid SRETI/BRHES
metabolism

A1 hyper leucine isoleusinemia = SAVEE @) m B 9218

A2 hypervalinemia [=VAUMY ik

A 3 maple syrup urine disease?2 HEHEPRAE (A—T LSOy T FRIE)

A 4 dihydrolipoyl dehydrogenase deficiency TerAYRAILEHIKRBER RIEE

A 5 isobutyryl-CoA dehydrogenase deficiency, IBDD A1) 7 F1)IL-CoARR KRB R RIGAE

A 6 a -methylbutyryl-CoA dehydrogenase deficiency a - AFILTF)L-CoARi K RBER RIBE

A7 isovaleric acidemia A& IMIE

A 8 multiple acyl-CoA dehydrogenase deficiency (glutaric aciduria type TILFTILT L IL-CoARt KR BER RIBHE (V)L R)VELFRAE T &)
I

A 9 short-chain enoyl-CoA hydratase deficiency I /4 )L-CoA ERSA—E RIEAE

A 10 3-hydroxyisobutyryl-CoA deacylase deficiency B-ERAFIAVTFIL-CoAT 75— RIEE

A 11 B-hydroxyisobutyrate dehydrogenase deficiency B -ERBXS AV ERERRR K REE R RIBAE

A 12 methylmalonic semialdehyde dehydrogenase deficiency (MMSDD) AFIILRAOVEEEI T IILTERBR KRB ERISE

A 13 2-methyl-3-hydroxybutyryl-CoA dehydrogenase deficiency a-AFIL-B-ERAXITFI)L-CoAliKREERRIBE
a-methylbutyryl-CoA dehydrogenase deficiency

A 14 B-ketothiolase deficiency B -4r b FAT—E RIEAE

A 15 propionic acidemia JREF B MAE
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A 16 methylmalonic acidemia (mutase) AFILIAVERIMAE (L3 —E RIESE)

A 17 methylmalonic acidemia (epimerase) AFILYAVERIMAE (TE AS—E RIE%E)

A 18 B12-responsive methylmalonic acidemia B12 R SE AF )L~ O B M fiE

A 19 B-methylcrotonylglycinuria B -AFILOBRZILT ) U FREE

A 20 multiple carboxylase deficiency (MCD) TILFTIVAIRFLS5—E RIBJE (MCD)

A 21 MCD due to HCSD RAANRELS—EERERREIZLEHMCD

A 22 MCD due to biotinidase deficiency E4F =4 —€ R#EIZ&BHMCD

A 23 B-methylglutaconic aciduria type | (B-methylglutaconyl-CoA B -AFIVTIVAAVEERAE I B (B -AFILT A= )L-CoAERZA—E
hydratase deficiency) RI8JE)

A 24 B-hydroxy-B-methylglutaric aciduria B-ERAF - B -AFILY LAY IL-CoA V) T7-E RIBE

A 95 mevalonate kinase deficiency AN\OVEEFF—E RIEAE

B Disorders in phenylalanine metabolism TIZIVTI5=URBIEE

B 1 phenylketonuria =)L MU BREE

B 2 hyperphenylalaninemia =mI7TZIILT =V ME

B 3 defects in the synthesis of BH4 BH4 &RfES

B 4 defects in the recycling of BH4 BH4 BHAREE

B 5 neonatal transient hyperphenylalaninemia HAER—BHEIIZIILTS=UIME

B 6 secondary hyperphenylalaninemia ZREEITZILT IV IMAE

B 7 secondary mild phenylketonuria due to total parenteral nutrition FILEBIREREICKIAZRETT=IV TN U FRIE
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secondary mild phenylketonuria due to methotrexate

Disorders in tyrosine metabolism

tyrosinemia type |

tyrosinemia type |l

tyrosinemia type Il

aromatic amino acid decarboxylase deficiency
Tyrosine hydroxylase deficiency
Hawkinsinuria

alcaptonuria

neonatal transient tyrosinemia

secondary tyrosinemia

Primary hyperammonemias and citrin
deficiency

carbamoylphosphate synthetase deficiency
N-acetylglutamate synthetase deficiency
ornithine transcarbamylase deficiency
citrullinemia

argininosuccinic aciduria

AL FH—MERICLD ZRMETI=ILTMUR
FOLUOKEEE

FAUMmAE [ &

FAI UM OH

FAL 2 MmfE M H
BT S/ BRG R Be B R RIBSE

FOU UKL BERRIESE

R—F VU FRIE

T IVAT U REE

REESTE=TMEL M)V RIEE

HIVINEA)V ) VBB BREER RIBE
N-7EF LT VA B S BB SR RIGHE
FIL=F RSV RAAINSZ—E RIS
TRV MgE

T ILX = /N BEERIE
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D 6 hyperargininemia =7 ILxF = M

D 7 lysinuric protein intolerance ) O URMEEBARME

D 8 hyperornithinemia-hyperammonemia-homocitrullinuria (HHH) A= FUME -5 7 E®=7 M- RED ML) VR (HHH) fE (& 8

syndrome

D 9 citrin deficiency M) URIERE FFRRBRTS oM E LS £ R AT & (NICCD) Bt A FEIENR S~
JL 2 I gE (CTLN2)

D 10 transient neonatal hyperammonemia HER—BEST7EZT M

D 11 hyperammonemia due to other origin TOMDE T EZT MIE

E Transport and other disorders XEELE

E 1 cystinuria D RAF U RIE

E 2 Hartnup disease N—hrFVT R

E 3 dibasic amino aciduria —IREMTI/BRE

E 4 iminoglycinuria A2/ )V REE

E 5 secondary iminoglycinuria ZRMEAZ/T )R

E 6 transient neonatal iminoglycinuria FER—BMEAS/ TV VR

E 7 Fanconi syndrome T7roa=—JEIER

E 8 hereditary renal hypouricemia BIE M B 4K FRE. M fE

E 9 hypophosphatasia BARRT72—EE

F Metabolic disorders of Lys,Trp and Orn VOO MITRI7U  FIZFODRBRE
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F

F

1

2

10

11

12

hyperlysinemia type |

hyperlysinemia type II (saccaropinuria)

PIPECOLIC ACID OXIDASE deficiency

a-aminoadipic semialdehyde dehydrogenase deficiency
a-aminoadipic a-ketoadipic aciduria

glutaric aciduria type |

glutaric aciduria type Il

tryptophanuria

xanthurenic aciduria (kynureninase deficiency)
xanthurenic aciduria due to B6 deficiency
hydroxylysinuria

hyperornithinemia due to ornithine aminotransferase deficiency;
gyrate atrophy of the choroid and retina (GACR)

Metabolic disorders of sulfur, sulfur-
containing amino acid, folate & cbl

ethylmalonic encephalopathy (EE)
5-oxoprolinuria due to glutathione synthetase deficeincy
Nit1 deficiency

5-oxoprolinuria due to 5-oxoprolinase deficiency

'l

vIngE 1 &

:In}

JOUIMmE T8 (HyA0E Y FREE)

]n+

E a2 B mYE

a-7I/TOEVBEITILTERB KRBRRIEE
a-TIITOEVE- o -7 T OEVBERIE
TIVZRIVEEPRIE T B

VA )VERPRAE T EY

)T T 7 BRIE

FH YL VBRI (F XL = F—E RIGHE)
B6RZIEICKDFH YL VBRI
EROFI USRI

i [E ER AR ARAS IR IR EAE & > = A4 )L = F 2 M4E

HRE. 8WH7s/B. TEF. aN\SZVOOREEE

IF)LOEEINEE
TIWAFF U EREBRRIBEIZKS5-AFYT0UVRE
Nit1 RIEIE (T IIAFAEEBRREE)

5-AF V70 F—ERIBEICLD5-AFVTOY U REE
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G

G

5 homocystinuria type | (cystathionine 3- synthase (CBS) deficiency)

6 homocystinuria type Il, 5-methyltetrahydrofolate-homocysteine
methyltransferase (methionine synthase) deficiency

7 homocystinuria type Ill (5,10-methylenetetrahydrofolate reductase
deficiency)

8 hereditary folate malabsorption

9 hypermethioninemia

10 y-cystathionase deficiency (cystathionuria)

Metabolic disorders of Pro, Gly, His, -
alanine, Glu and others

1 hyperprolinemia type |

2 hyperprolinemia type Il

3 hyperglycinemia, glycine encephalopathy(GCE1, GCE2)
4 secondary hyperglycinemia

5 sarcosinemia

6 hyper 3-alaninemia

7 hyper histisinemia

8 urocanic aciduria

9 formiminoglutamic aciduria

REVAFURIE [ B(CREFA = & RS RIBEE)

REVAFURE D& (AFFH =& lEERRIBE)

RESRAFURELER (510- AF LT SEROERIZ TR RIERE)

BIEEEBRINTFR
BAFA = MAE

Y =V REAFA U RIGIE (DRI FAZUREE)

JAayYy> GV ERFOD . B-TS=U TILESUEE

FZORHMER

=7O)mfE I 2

=701 mfE I 2

=TV UM ETN—DRBGET) DU ME
—REST ) mE

HI)Lad M

B -7S=>ImjE

ot

4

EXF UM

o}

) Oh=> BEFRIE

RILLS /Y VRS EEFRIE
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H

10 primary hyperoxaluria type |, alanine: glyoxylate aminotransferase
(AGT) deficiency
11 primary hyperoxaluria type I, D-glycerate dehydrogenase/glyoxylate

reduetase deficiency

12 primary hyperoxaluria type lll, 4-hydroxy-2-oxoglutarate aldorase
(HOGAA1) deficiency

13 D-glycerate kinase deficiency

14 GABA transaminase deficiency

15 succinic semialdehyde dehydrogenase deficiency, 4-hydroxybutyric
aciduria

16 glycerol kinase deficiency

17 Canavan disease

18 prolidase deficiency

Disorders in carbohydrate metabolism and

gluconeogenesis
1 galactosemia type |
2 galactosemia type Il
3 galactosemia type Il
4 fructose intolerance
5 ribose-5-phosphate isomerase defiiency
6 diabetes mellitus

FEREREBADERE IR 7520 9)AXIIEETI/NORTS—
+ (AGT) RIE84E

ERMEB A VBERKRE T2 D-J ) VBB KRR 7 X IR
TTEER RIBSE

[REME AVEERENE 4-ERFOX-2-FF VT ILFILETILES—E
RAEJE

D-Jt)UEEFF—E RIEAE
GABA FSURTIF—t RIBE

ANIEEEITIVTERBUKRERRIESE, 4-EROX 2 BRELPRAE

J)t0— L3 +—E RIBAE
VA AYS

70y —ERIEfE

RIKIEMRBHEE . MAEREE

AU —RMfE I &
ASUb—XMnfE I &

ASYb—X MnfiE M

T ILY b—ZA R THAE
JR—R-5-1 VB A A5— RIBJE

HEPRIm
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7

10

10

11

renal glucosuria
glucose-6-phosphatase deficiency
fructose-1,6-diphosphatase deficiency

pyruvate carboxylase deficiency

Lactic acidemia / lactic aciduria / TCA
disorders

lactic aciduria (lactic acidemia)

pyruvate dehydrogenase deficiency
thiamine-responsive pyruvate dehydrogenase deficiency
dihydrolipoyl dehydrogenase deficiency

a-ketoglutaric aciduria

L-2-hydroxyglutaric aciduria

D-2-hydroxyglutaric aciduria

D-2-hydroxyglutaric aciduria

Combined D-2- and L-2-hydroxyglutaric aciduria
fumaric aciduria or fumarate hydratase deficiency

succinyl-CoA lygase deficiency

B4 )L a— AR
FINaA—R-6-THRIT7HA—E RIEE
TILI—R-1,6-CTART7E—E RIBJE

EILEVEEAHILRT L S5—E RIEHE

= FLERIME ~ FLERFRIE ~ TCARIEERE

FLEAFRIE (S ELERINSE)

EILE VBB K REE R RIBE
FTIVRISHE LE D BERG K R B R RIGAE
TERAYRA LK REE R RIBAE

o -7 8T VR IVBR R IE
L-2-EFOF T ILRIVEEFRIE
D-2-EFAFL U LR IVEEFREE
D-2-ErOF LU L RIVEEFRIE
D&L-a-EFAF T ILRIVEEFRIE

T IVEEPRIE

R = )L-CoA ) H-E RIBJE

Page: 8



REIL NIV DB IR REE) AL

K Disorders in purine and pyrimidine TYIEEVSOUOREIRE
metabolism

K 1 adenylsuccinate lyase deficiency FT=AaNIE) 7 —E€ RIEE

K o2 purine nucleoside phosphorylase deficiency )XY A L RRRARY S (PNP) RIBJE

K 3 deoxyguanosine kinase deficiency TAXTT IO X —ERIEBE

K 4 adenosine deaminase deficieny TT/OoOTT7I—EREE

K 5 UMP synthase deficiency ZA Oy ERFRAE

K 6 xanthine dehydrogenase deficiency, xanthinuria type | FYHUFURKRERREE Y FUREIR

K 7 aldehyde oxidase deficiency, xanthinuria type Il T7ILTENBAL R RIGE, +Y U F U RENIR

K 8 molybdenum cofactor deficiency, xanthinuria type IlI E)ITTUOMEAFRAEE, FYFURENR

K 9 Lesch Nyhan syndrome Lyl a-FAN\UEIER (HPRTSE & RIGHE)

K 10 adenine phosphoribosyltransferase (APRT) deficiency (2,8- TTZURARYRD LSV A TZ5— (APRT) RIBJE (2,8-DERAXD

dihydroxyadenine lithiasis) TT=URERE)

K 11 thymidine phosphorylase deficiency (MNGIE) FIOURARIS-ERIEE

K 12 dihydropyrimidine dehydrogenase deficiency TeERREYE U TERRS F—E RIBE

K 13 dihydropyrimidine hydrolase deficiency JeEROEYS D F—E RIGHE

K 14 B-ureidopropionase deficeincy B-ILARTOEA F—HE RIEBIE

L Disorders in ketone and fatty acid metabolism 4+ BLVIEHBORHESE
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1

2

10

11

12

13

14

15

16

17

very long-chain acyl-CoA dehydrogenase deficiency
CPT2 carnithine plmitoyl transferase |l deficiency
trifunctional protein deficiency

long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency

(medium-/short- chain) 3-hydroxyacyl-CoA dehydrogenase
deficiency

medium chain acyl-CoA dehydrogenase deficiency

multiple acyl-CoA dehydrogenase deficiency (glutaric aciduria type

1)

riboflavin transporter deficiency

malonyl-CoA decarboxylase deficiency

medium chain B-ketothiolase deficiency
3-hydroxy-3-methylglutaryl-CoA synthase deficiency
Succinyl-CoA: 3-oxoacid CoA-transferase (SCOT) deficiency
ketonuria

ketotic dicarboxylic aciduria

non-ketotic dicarboxylic aciduria / hypoketotic dicarboxylic aciduria
nonketotic dicarboxylic aciduria

3-hydroxydicarboxylic aciduria

WBRET D IL-CoABKRERRIBE
HIV=FUINLER LRSSV RS- I RIGSE
IhaVRY T ZEREREREE
REE3-EFOX ST )L -CoAfKREER RIBAE

(/7 5E8H) 3-EROX L 7Y IL-CoARRKREER RIBSE

T & JL- CoAR K 3R BE R RABSE

TILFTILT L IL-CoARRKREER RIEJE (V' )LAR)LERFRAE T )

VIRIZEU NSV AR -5 — RIGSE

YO )L-CoARi ik BREE 3R RABJE

HH B -7 FAS—E RIBE
3-ERBAF-3-AF LY LAY JL-CoAR B BE R RIBAE

H 9= JLCoA3’T MEECOARNS 2 R T 5—1 (SCOT) RBJE
ThUBR(NT7[3RE TR 4)

TR HILRDBRER

T /AR T D HILR D BRIR

T HILRDBRR

3-EFAFIUHILRUELIR
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L

M

N

18 MCT-milk related dicarboxylic aciduria
Other

1 aminoacylase1 deficiency

2 serine deficiency

3 Zellwerger syndrome

4 molybdenum deficiency

5 neuroblastoma

6 biotin deficiency

7 ethylene glycol intoxication suspect

8 Vitamin B12 deficiency

9 folate deficiency

10 hypocitraturia

11 secondary B-methylglutaconic aciduria

12 B-methylglutaconic aciduria (BMGA-uria)

Mitochondrial DNA depletion syndromes
(MTDPS) etc.

1 (MTDPS1) [HSA:1890] [KO:K00758]

MCTIILVIEEIZ KB HILRUEEFR

)l
FIITY5—H 1 R

IO RZIE

YT IAR—Dv—EIREE
EVITUORZIE

fE S AT

EAFURZIE
IFLIY)a—ILhERELD

B12R Zfi

ERERZ A

BOTUEEIR

fthD ZREGTE B - AF LT LRI EEFRAE

B -AFILT LA EERAE ( B MGAIREE. FTR4)

SraVFY) 7DNARL BIE R E

FEIOURARIS-E REE
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N

2

(MTDPS3) DGUOK [HSA:1716] [KO:K00904]

(MTDPS5) SUCLA2 [HSA:8803] [KO:K01900]

short-chain enoyl-CoA hydratase deficiency

3-hydroxyisobutyryl-CoA deacylase deficiency

TAXLIT/o0FF —ERIEBE

R = )L-CoA )€ RIBEE

I /A JL-CoA ERZA—E RIE%E (ECHST )

B-EROFLAYTFYIL-CoAT 7 T5—ERIBAE (HIBCH)
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