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Abstract

Ornithine Transcarbamylase Deficiency (OTCD), the most prevalent X-linked recessive disorder in
urea cycle defects, induces progressive neurological damage and hepatic dysfunction through hy-
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perammonemia, with marked individual variations in clinical manifestations. This study presents
a 2-year-and-6-month-old female patient with late-onset OTCD, characterized by recurrent vomit-
ing, personality changes, and abnormal liver function. Diagnosis was confirmed through plasma am-
monia measurement, tandem mass spectrometry, and genetic sequencing. Effective management
was achieved via low-protein diet, ammonia-lowering therapy, and subsequent liver transplanta-
tion. This case underscores the necessity of suspecting urea cycle disorders in infants with unex-
plained vomiting accompanied by hyperammonemia, emphasizing that early plasma ammonia
screening and genetic testing are crucial for timely diagnosis. Through comprehensive case analysis
and literature review, this study provides clinical insights for the identification and management of
OTCD.
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1. 5]

19 IR A P L 4 F2 F (Ornithine Transcarbamylase, OTC)#k = i 2 JR AR PR RERS b e o WL AB0, i
OTC ERN R FHEMR M TR, JIRERAMERLZ RGHF. ZHEN X EHRRIEGRE, B2, &
PESE T PTIR X Yo R G RSt UREIR o AN SCHRIE — B Lo tEIR R OTC Sk Z S iifl, 454 SCRIRTT
FLIG R 5 B A2 T S

2. wRPINTB
2.1. mESIEKRI

Bz, 286 1, B “IRERE 1 HR” WG TALRIRE =R BB LR WX A JEmE 1 5
WY, PR IERR IS S PERS 20 . ToR A R e R EnG . BEAEARAE, KR EIER . ABtaik.
T36.8°C, P100 ik/4r, R23 Ik/4, 1AHE 10.8Kg, & 84cm, Ik 115/56 mmHg. K& IEH, &IEH4%,
PR, ONIFT, IERRA, WAEESME, RRKEM T, T, Yy, SRR, O M NI, K
RGN PR SRR, PR, FEEICsein, SERAH, BREETCMIE, oo £LA% RS [
BAR 3mm, RGN R JFL, W, K, JoHbl, ZMAERATE, XUREEIRE R, R RS
B, LFE 100 )15y, OEA T, B, RELCOIEAE . ISP o A ke, AR il S R ek,
FEARAN R AKfi B, R shtEmh 5 BAYE, NS5 EH, 3 iobh. DUBALSK IR, AT EHELE, WHEE
ARGl H .

22. RWREHGFRE

ANBEhiBiie 2. BN (ALT) 1028 U/L 1, B HEZEE(AST) 434 U/L 1, (L5 285.6 pmol/L 1 ;
EEMIhAE A (PT 22.0s 1 ); M5 : 285.6 umol/L t . &M EALIIEW]: MRE iR 040 U/L { ;
Hi&BE: 3.52 mmol/L; 5: 119.70 mmol/L | ; &HHEEE: 0.159g/L; FM: 2.96 mmol/L t . 5% k
P MRI 7 SUI TR i 1555 748 (2 R Fazekas 1 4%). H S M A 7. BAPE. ABiJa 10 RATIREA

ik

DOI: 10.12677/acrp.2025.131001 2 S LA 5 A


https://doi.org/10.12677/acrp.2025.131001
http://creativecommons.org/licenses/by/4.0/

HUER 7 Hr: FLIEEE: 4.97 mmol-mol™ JLEF(Z %1 0.00~3.50 mmol-mol ™t LET). JEREGI: 44k & 15
KIL OTC E[H (chrX:38260946)c.540+265G>A A A B RAF, RESRIIELZ R, FAEHARE. ACMG
PRGN I (PVS1+PS4+PM2_Supporting) .

23. Birad

LB “mxnk, JFDhRERE " ANBE, VB2 WoNRk A R A R, B T8O BRI E R
A~ FEEFIRIT 14 KRG, SERFFEEERE . S80S0 A /s B & a2 UE SR ALIE IR 5 T, &
WEE IR RIGIAERG . 2K BN RIR G122 FRERHE—BEYT, 5T asERmlfkz OTC th=
fiE, ZBATHME, BEVISAEILREWRE R, MEPERIER, ARIMKE . K055 SR .
3. Wig

B IRA P LI e By Sk = i (OTCD)ME N f i L) X B B Mg A% 1 R R G A s, L0 B
JRT OTC J R 74 G 8 M R AR I R B I e B[ 1] ARBlH, B LERBINIE K& Y I R 3 28 (Mk i e
R EaAR), PRGBSI, a3 R B Xp21.1 7 SAFAE ¢.540+265G>A Z: & R4, 1%48 Filid
IR mRNA BN S BB M C A e 0 o IR ERNLE 238, OTC fE N KA T g, 1) Remh i B
PELT 2 2 R L IR 5 S IR M) N IR M AL, S IR AE bR N S 8 B A, Sl R PR i
2 H5EBEGH, BT REEMAE - FUERIRIE - AR ZELREIEE . OTCD LA TT i
L, HIKSF-SRER EARFEAROC, AR AR AIASE, 7084 ) LIS B A R B OO 288 > 28d),
G RRISA—FE, RIMNZEFR, WA UHRIATEY) Kk, B, Bk R vn &, IR R BT A
gL, FEARESIEREMERE, BIONRERE ., BIRFER . BT E (L) BT P EsS
[2]. OTCD [ AvG T VPR B M EZU A% O, SR 23V COR RN A 2 MR/ TR B A i 81 W ik
BAITE, WL KAV KRS TR SR, TR B S E R MR ). e I R A SR A
BALFR B2 E) . FFEAYRE NZOKT, RS It Rl , HigA&H 2
DA RS R e ZARIA F B [2] [3]. TRHEMIDCVERE, EATHIRERITR, 255 BRI, FikiEd BF5E
B MR YT 5 R AEBOEE m 2 e, 588 DT B TR A0 TR IR 28 & OCHAR B AR B ARV ) 1A
M DX [4] 0 XFPIE PR BOIMEAEFATEE AR OTC i (R Ps A MR AR, 5 S BrfgedE A 475 52 R 16 I By 28 1
SR ST HURA R R 68 77 (0 X322 57t o AR IVRTT SRS B i s 1 2 4EFE T T vl Rede . Jl I i g A
LI TM OTC mibk/N AR, B 7838 R IR 4 K BURL(LNP) /-5 OTC mRNA JT7VE R A R i
AU 5 IFRE AR, B ™ B OTCD WaYT eI K fefit T HE T H . [N, BEESR LNP %
%M mRNA J7i%: W A8 LNP 20 B3R (hOTC mRNA/HMT) K37 A AR AH 2507 75 (AAV) ZR AR JE R VA T T 4
REIEPRAEFEEFE, X BB mMRNA BORBEAE A 7 2 By 7 ik sl H R M At 10 U7 % [5] [6]. Bh4t,
Laemmle [7]&5i 5 £ R IE N5 S £ B8 T 40 fid (human induced pluripotent stem cells, hiPSCs) T2 28 B 15
R, RILOTC BREAANHL 7 E/KIBIE & (9 9 (aquaporin 9, AQP9)#KIA FAIL %, sl IkEIA OTC 5 AQP9
PR FAEIRT, Ay OTCD A AR - FRALSCHRAT 5T S a7 TR S it 7 2P 6. X LRI
B IE 7 BEAE B2l DG B PR B VR 9T SRS, AL 2 AR AR Bl 4 2 (0 Hsp60 145) . H Wi BR 0TS (Tat-
Beclin-1 Jk GEAH bR s g 2 P A1) S AR 4% (SIRT3 Bud flil it & 4k 5 OTC 3 tE, (2R RIEH),
IXEEHR A TF R AT - R R AT R A4 7 H S FE[8]-[10]. 2025 4E, Musunuru [11]%5 AFE GHroetg 215
k) RE T BEBABIT, MATE RS — 2 6 H IR PR A B 1 Bt = JE (Carbamoyl
Phosphate Synthetase 1 Deficiency, CPS1D)E JLE T /MAAL R A B R gm T, HUR T BB RE
CPS1D 5 OTCD fE 88U £ K 5 BARMUII AT FARAE 2 5, (A = A& ™ E R &R bErGEm, HAZ 0
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o3 R AR B 2 RE AE VR YT NS TR B A AR o B O TR A T B B SR ATIE I AN s e 2,
X OTCD MIZE BN AEARK R AT M AT 5. R, TP U A7 76 B [fRAS, 40 Sacchetto
[12]15 NABLTREAL UL snRNA 75 A4 i R Fa vk BT BT i 5 4 R R0, IR — R Ba A AT Hg v i 42
6] TIAL £55 A2 SR, X ARSI IT 7T 170 I PR AL AL 0 B T 72, TR ZI e T 38R AQMHR IR 7 7R R i BL

.
4, 4Eig

OTCD HHIGKKIMEE, ZRENBEBHRBNA . R EIRE, 75 JLRNEE HBUAS B R R K A
R AR S AP A5 i L, BB R SRR RERG . AB)a 24 /N PR 58 RIS IR 2, A3 MR
TR PRATHUR 23 Hr o 300 St 5 TR R 8 97 2 ) LA S B VR S I SR o 2 DRLAS I A RE S AR 1) OTC 3 K]
TR BUR AL A (AT TE AL B €.540+265G>A RA), I AFRREBR MR Mt ¥ HEEE . BEERIRST
BRI POE R JE, &0 OTCD IS RIGTT i NIRRIRIGM B, A 3N B 3R AR A AT ik %,
R 28 v 7 H wiAT 5 O RS AR S B

RETEENR
FRIE CLXH 203 ] VORHG USRS R AT 7 A0 B 1 3L

SE
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