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AN
/ Acetyl-CoA + Glutamate \

NH,* + HCO, + 2 ATP

l'(— N-acetylglutamate

S—
Aspartate = Citrin =—§»Aspartate
Carbamyl —

Citrulline
Phosphate
oTC /
\ Ornithine /./
\. Mitochondria /
" ( + 1 .
- lORNTlJ - Argininosuccinate

Cytosol *
Ornithine

Urea Arginine Fumarate

Bl- ~ f% B% (B % %k AhMewetal., 2017) -
Ak Y £ 6fFE 2BIRARBERY - FFEF R ¢ R
1. 5 i igLit f& (Catalytic enzyme) : 1) Carbamoylphosphate synthetase | (CPS1) -~ 2) Ornithine
transcarbamylase (OTC) ~ 3) Argininosuccinic acid synthetase (ASS1) ~ 4) Argininosuccinic acid
lyase (ASL) - 5) Arginase (ARG1) -
2.1 i 4 %]+ 2 = fa(Cofactor-producing enzyme) : 1) N-acetyl glutamate synthetase (NAGS) -
3. 2 =i ph # F 9 (Amino acid transporter) : 1) Ornithine translocase (ORNTL;

ornithine/citrulline carrier; solute carrier family 25, member 15) ~ 2) Citrin (aspartate/glutamate



carrier; solute carrier family 25, member 13) -

i g R EF R TLETRE R MG & W oL g BT S0umole/lL - @ Ak TETRHLEUR 4
M s o b g § BT 150 umole/L > gk A B R HE AR S A AT AR ERY 0 A
FORRT A AR L F o AT TRy R E S ¥ LDEYZE > RL EF PR L
NP Y 4 2 R g (Ketosis) o d AR R F BB OB B E R > HERATFE =E Y
Fo(d - ) Bt AU AFHRRIE A oo X AR RRBEUA & TS U B B R RIS R PR
iRk RS FEL T AR BN R FEATINE S AFAE A SR A HER A4 A E
BEY L 2o a0l @R 22 o 4o A3 4 (Exome) 2 > A F1E8(Genome) TR 0 U EF ST a0
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Ah Mew N, Simpson KL, Gropman AL, Lanpher BC, Chapman KA, Summar ML. Urea Cycle
Disorders Overview. In: Adam MP, Ardinger HH, Pagon RA, Wallace SE, Bean LJH, Stephens
K, Amemiya A (Eds). GeneReviews [Internet]. Seattle (WA): University of Washington, Seattle, USA
[Updated 2017].

2.7 Lop ik & ¢ B =k(http:/lwww.tfrd.org.tw/tfrd/rare_b/view/id/27).

2.7 LB p T ¢ < 74 2 (http://web.tfrd.org.tw/genehelp/article.html? articlelD=

Urea%2520cycle%2520disorders&submenulndex=0)
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Carbamoylphosphate ) .
i 2 g CPS1 2934 ¢ gl 1/1,300,000
o synthetase |
(CPS1 deficiency)
BORELE U bk i L
) Ornithine 3
#pEdk L e oTC Xpll.4 X- 14 Bif g 1/56,500
o transcarbamylase
(OTC deficiency)
M E R s =
) Argininosuccinic 3
ek £ e ) ASS1 9g34.11 W44 8L 1/250,000
o acid synthetase
(ASS1 deficiency)
Wi AT A R . .
) Argininosuccinic 3
fe ik L e ) ASL 7911.21 4 R 1/218,750
o acid lyase
(ASL deficiency)
A g PRpFak 2 )
o Arginase ARG1 6023.2 W44 MEME 1/950,000
(ARGL1 deficiency)
N-2 fpgiieps & =
N-acetyl glutamate .
i dk £ NAGS 17g21.31 W34 #EE <1/2,000,000
o synthetase
(NAGS deficiency)
® &R E-F 4
s of-B N VRRL G o
Ornithine ORNT1/ )
i% %% (Ornithine 13q14.11 WA pEH
translocase SLC25A15
translocase
deficiency)
# e Lon o . 1/100,000-
o Citrin SLC25A13  7q21.3 W RED )
(Citrin deficiency) 1/230,000 in Japan

4¥ X MELER

PEAFRFRLEFEIsY e By 18
ggfugge&grfuig??w;dw SR Y AE
AAMRFFRCHENICLALAZER BARZL VT 07 fﬂ i
chiik £ o ok FIRA Y - ST IER LME SRR R AGERY % 0 A B R TR
A FE A FRELRY P FAFILSIT O ERBL R -
FAN LIRS Gy FTRPEF S A A D meniyd FHFE 2L E R4 hE kU2

Ao B E ALR A MR R 0 R T B U RE R ARG T R E ik § F


http://emedicine.medscape.com/article/1174503-overview

THFERFE AL g B AR T2 F5 0y gAY FAL S R
TR R Y TR E R EOREI - TR AL EFTRF R RERYE
S SRS AR

2 ;’% *F .

1AL A @ AR 2 S op MR 215§

2. Gilbert-Barness, E., Barness, L. A., & Farrell, P. M. (2017). Defects of the Urea Cycle. Metabolic

Diseases: Foundations of Clinical Management, Genetics, and Pathology, 137.
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