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@ The disease is due to a
deficiency in fumaryl-
acetoacetate hydrolase.

® Accumulation of
fumarylacetoacetate
and its metabolites,
particularly succinyl-
tone, in the urine.
SR ——— DEFICIENCY

@ Characteristic cabbage-
like odor occurs.

@ Liver failure and renal
tubular acidosis resuit.

@ Treatment includes

methylmalony! CoA

METHYLMALONYL CoA MUTASE
©® The disease is due to a deficiency in
@ Elevated levels of methyimalonic acid

(methyimalonate) occur in blood.
@ Metabolic acidosis and

Puri . MAPLE SYRUP URINE DISEASE
Phenyllactate Melanm ggeantle:e Serine (see "Valine" and "Isoleucine” below) )
ns
. . m«rﬁmtes kam Leucine
henylpyruva ALBINISM
' 68 (exl) 3—P—G!yeetate 1 o -Ksll 3
a mm
Phenylalanine Glycine *
+ <‘L;I\PHENY(LK§TXSNUR|A] \ " a-Ketobutyrate  Thyeonine CoA
: pm—— Serine Cysteine ’
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+~~ ACETOACETYL CoA
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Histidine
 Methyimalonyl CoA | HISTIDINEMIA
@ The disease isduetoa

deficiency in histidase.

@ Elevated levels of histidine
occur in blood and urine.

mutase.

Threonine — a-Ketobutyrate CYSTATHIONINURIA

@ Accumulation of cystathionine
and its metabolites is due to a
deficiency in cystathionase.

Cysteine

@ No clinical symptoms are present.

dietary restriction of
mer;r alanine and developmental problems occur.
, and substrate
triction usi "
m..nm;‘ — Methyimalonyl Semialdehyde  se——Propionyl CoA
o "W CoA
i '
Isobutyryl CoA a-Methylbutyryl CoA
a-Ketoisovalerate a-Keto-B-Methylvalerate
Valine Isoleucine

3 " HOMOCYSTINURIA
@ The disease is due to a deficien

MAPLE SYRUP URINE DISEASE Homocysteine in cystathlonine synthase. cy
@ The disease Is due to a deficiency in branched- '

chain «-keto acid dehydrogenase. S-Adenosylhomocysteine ® Accumulation of homocysteine

occurs in the urine.

® L?'\(lotls of bmn'o chod-cgalr; o‘:?"“pr acids n?’nd rithelr I

a-keto analogs are elevated in plasma and urine. @ Methionine and its metabolites

S-Adenosylmethionine are elevated in the blood.
o muroiho'gz‘c pmﬂt;l;:ym a're common. The disease
s a mo| rate. @ Mental retardation, osteoporosis,
Methionine myocardial infarction, and a

@ Treatment involves a restricted dietary intake of characteristic dislocation of the

the branched-chain amino acids. ) lens occur.
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Cystathionine remethylation process. The
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+Cystathionase - 4
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