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[FZE] RTERHIMEE (elyceryl phenylbutyrate, GPB) JEIR YT & 2 1R 2 W W 2L % F4 [ 5 = 5F  (ornithine
transcarbamylase deficiency, OTCD) ML), FAREER S 2N, HENEZAMEREZ . &3
(BT A3 BTV 38 38 o B A e 8 i )L R vt L2 A OTCD A BJLTERE, IR A SR E 2T . %
%\JL%I&F@FHGPB{E?T‘ Rifi 5 A TR BE T R 2 2 . BIL, B, 62 64 H, IBFEAREZE, ATsS, M

TR A Yo AT o W I 220 5 327 wmol/Ls JRAT MLER S AT 48 PRI NE KT s s Sk U R niA50R 3L
U”JUCHIZFFﬂ?TLYZ AT EEKIEM OTCEFEH A4 (¢.241T>C, p.S81P). TLAGPBIRITIE 1. 2. 314
AEAMZS 43, 80, 56 wmol/L, EILIGYFIE M 4= H RAf, RILSGHYHHCHARN RN, KEEE
UL, ATUTE &, IUefe, Jodah kAT 0 . [REHRILAIEE, 2024, 26 (5): 512-517]
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Treatment of ornithine transcarbamylase deficiency in a child with glyceryl
phenylbutyrate

YANG Fan, WANG Li-Rui, LI Xin, HU Jia-Yue, YING Ling-Wen, FENG Bi-Yun, LI Yun-Yun, LIN Ka-Na, SHE Jia-Xiao,
LI Hao, CHANG Guo-Ying, WANG Xiu-Min. Clinical Research Ward, Shanghai Children's Medical Center, Shanghai
Jiao Tong University School of Medicine, Shanghai 200127, China (Li H, Email: lihaol19880810@hotmail.com)

Abstract: Glyceryl phenylbutyrate (GPB) serves as a long-term management medication for Ornithine
transcarbamylase deficiency (OTCD), effectively controlling hyperammonemia, but there is a lack of experience in using
this medicine in China. This article retrospectively analyzes the case of a child diagnosed with OTCD at Shanghai
Children's Medical Center, Shanghai Jiao Tong University School of Medicine, including a review of related literature.
After diagnosis, the patient was treated with GPB, followed by efficacy follow-up and pharmacological monitoring. The
6-year and 6-month-old male patient exhibited poor speech development, disobedience, temper tantrums, and aggressive
behavior. Blood ammonia levels peaked at 327 umol/L; urine organic acid analysis indicated elevated uracil levels;
cranial MRI showed extensive abnormal signals in both cerebral hemispheres. Genetic testing revealed de novo mutation
in the OTC gene (c.241T>C, p.S81P). Blood ammonia levels were approximately 43, 80, and 56 pmol/L at 1, 2, and 3
months after starting GPB treatment, respectively. During treatment, blood ammonia was well-controlled without drug-
related adverse effects. The patient showed improvement in developmental delays, obedience, temperament, and absence
of aggressive behavior. [Chinese Journal of Contemporary Pediatrics, 2024, 26(5): 512-517]

Key words: Glyceryl phenylbutyrate; Ornithine aminotransferase deficiency; Urea cycle disorder;
Hyperammonemia; Pharmacological monitoring; Child
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52 MR A WL B RS e B = E
transcarbamylase deficiency, OTCD) & K 5 2 ik &
AL A2 1 (ornithine transcarbamylase, OTC) H=
SHMIRENGIAER (urea cycle disorder, UCD) %%
Wio AHGERR, OTCDMAIEHLH 1/56 500 1,
29,5 UCD #Y 1/2~2/3, & UCD Hhfie 4 WL i 2670 20
OTCD 7EHT A ILFINII AT &0, i R SR Bk = ¢
e, B URERESS, BA W, R2, B
A GBS PTREAR TS PR AR 3 . OTCHE R 5872
A2 OTC Wi 16 PR R AR B, T BUR AR
B U S G ZRE ) IR Ry, 3K
MZENG &, WA R HATIRTY . 22U kK |
I SS A AT 0 AIE BRI Z UCDIRYT %
DY, TSR IR R IAER G H 2R 5 A 2 I i 45
BRI AR, e AR . 2R T R H ol R
(glyceryl phenylbutyrate, GPB) 1E J & &R 2 —,
T 2013 43R & M 25 i B B R (Food and Drug
Administration, FDA) #t#EFH T2 % LU FHEA
UCD R AR IIRYT 0 FATIE A GPB iy £
BA R ASCiE L 7 Hr 15 OTCD T2 UCD UL
K GPBIRYT A, 456 3CikiZ >, DI 3k
Il e M LR T IS

(ornithine

1 fRflFE#

BIL, B, 66 MH, HIEWKLE 654,
i UK R A 2 IR T 2023 4E 5 H & i AC i@ Ko
A E D LEE AL 2. BN 6
B30, BRAFIE A, HAERE3S ke, Tt
HEEKFARIM L, 230k FWIEFFRIL,
WHREZE, NERmRE, MAIORE, A1k,
FIAT R, AE4A TR it BROLACHRE K 2 A HAH
Popfl, BEERE 3, 20N ARFE JREA
B, LUCH AT, Sikstfepail, £JL4H

WA A BB SR IR EAR MKk B A,
TCIMFE . WIHERE R R, RAERBCRTE. WA
PEEIR EAE2 R (12 F16% 3 ARET), RINE
PR, UGR R, 542 5~10 min J5 7] HAT
i, ARG 3~5 dVERE AR URTT . ANEEI
KB B (R ). FEEKMER oTC 3 H
5, FEEANEEETEILAT . BILEE
PR, MIFERY AR IR LK AR
Wi %, ARt 2itkis .

ABEEEK A G112 em (P~P,), KH
16.5kg (<P,), RFHFL0.72 m*, FHETE, XU
FLXE R R, O BIE AR UL S8, DU LR T
WMUITIER , $hERG g AT S5 BILA %
Tt R, R, AUE4, BT REE, A
RERL IR

ABESE R4 . 112 137 pmol/L. (Z%1{H .
9~33 pmol/L) 5 IV 2 5 R S IR & PR ki s TV TR
6.05 pmol/L. (Z % {H : 5.50~45.00 pmol/L) ; JRA
PLER BT 7= PRIERE 14.4 (Z51{H: 0~8.0); FLIR.
WFTife. EIIRE. BEMITIAE . MRS KA IEH .
Sk 1 A A AR U R I > 3K )2 SR AR
DLRz 2T o3, B AR R e o b AR 5K i A RE
(B 1) ODHRERSEMEOEAT . lib B S
WA, L BE LR L XU B ER W
ISR IE o

J A I B R BB L OTC & TR R A8 (NM_
000531) : ¢.241T>C, p.S81P, A2 B} 34k B 4 U
(PS2), ZZARN S BRAEAR ILIRIE (PM2), HR4ESE
Bl o 5 R N4 24 %% 2> (American College
of Medical Genetics and Genomics) 555, J& T Al GE
HBORMEAE S (PS2+PM2) o 3 — 25 1| ] PolyPhen-2
AT 8T, R R BME R 0.99, $2 hA F I
A5 o A Revel A HEAT 0L P93 704, 455Ny
0.85, PR IAFLS

F 1 BILIBEIERENER

it ] M2 (wmol/L) TR BERR A (U/L) BN (U/L) A B Al (U/L)
2GR 4 A° 327 - - -
25T 14~ A 137 302 35 42
EET IR 210 - 140 160
HZiE14A° 43 287 20 22
iy 24~ A" 80 299 17 26
HZiE34A° 56 344 22 33

T RS KRB S i LR A g A BB RREE . AN AR . SR AR S . 9~33 wmol/L,
143~406 U/L., 7~30 U/L. 14~44 U/L; AMBE4T510: 18~72 wmol/L, 35~135 U/L. 0~50 U/L., 0~60 U/L. “ZMseAe:i
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E1 BILLmmtiRBIGEELSER A ZEMUERRE; Be ZEMUEES Co AOUBLRE; De A kiR

PBos BRI 3R T2 i (55, AR T 03 BEAEAE T A sk il g

2 afr5%13

HR 8 B LI R RR A S st i Ak 25 51, 2 W
OTCD. ABtfa 1 H A4kl GPB H IREIR YT .
2ml/K (GPB & & 1.1 g/mL), HK3WK., HEE
1A GRS Rk 2 9ad) B gL
MR 43 pmol/L (F 1), WM H A0 . FFUIEE
B IIRE . BEMINRESFHEPRITE R R E R . 2524
AEA, ZK AT D IR 2 5K 1~21K
(IwwZ), HEANERA 4 diF0k, 15254 d)5
W 1 2 T 2 80 wmol/L, J&5 Ak L2 4E K 1~2 YK IR
(IwEZ£), W2y3A4- AR E A2 k=

GBS e RSB A=

56 wmol/L. ZAUFHEIL A H 2y Jg Tomknt | Bk Al
WEREIL G Ak, LIRS BT I AR, R
WECEAT R, PR ATITE S

3 XHEZ

PL “glyceryl phenylbutyrate” Fl “GPB” k&
SR A 2% PubMed B0 I, Bo1T N EEE & 2023 4F
11 7338 19 GPBIAYT UCD BIBFSY . 23t 450 blise
L9 A 6 FEREVIIHE KT 124 H HIF GPBAEIRYT
JL#E F /D AE UCD 19 % 4 M LA &1 0y B
5% (FR2) °

®2 GPBATTILESVHEUCDHEXIIBMHAOZEER

s Yeo £ Longo el Martin-Hernandez Z£7) Diaz 2% Berry L) Berry 4E010)
UNEEZ S
(n=20) (n=16) (n=48) (n=45) (n=49) (n=7)

P53 [n(%)]

PERia 15(75) 9(56) 19(40) 13(29) 15(31) 5(71)

Lotk 5(25) 7(44) 29(60) 32(71) 34(69) 2(29)
UCD 12 [n(%)]

OTCD 3(15) 8(50) 27(56) 26(58) 28(57) KRS

ASLD 6(30) 1(6) 9(19) 11(24) 11(23) A K

ASSD 8(40) 7(44) 8(17) 7(16) 9(18) A K

CPS1D 3(15) 0(0) 3(6) 0(0) 0(0) A I

ARGD 0(0) 0(0) 12) 1(2) 1(2) Af I
UCD &5

TEHEAR (T L/ 15 KUK [n(%)] 5(25) 0(0) 3(6) 0(0) 0(0) RS

B LT [n(%)] 12(60) 15(94) 19(40) 21(47) 36(74)" IS

IRERY (RIRAFERE>28 d) [n(%)] 3(15) 1(6) 26(54) 24(53) 13(26)" KA

GPB IR IS AAFHES (¥ + 5, %) 5048  0.5(0.1~2.0)" 11.7+8.0 73+4.0 AR 11.1+8.0
BEAE RS BRAE ] [n(%)]

2 RN 11(55) E 579 2(4) AR 0(0) ER

KT RN 2(10) 10(63) 46(96) RAE K 49(1) 7(1)

A H AN+ T RN 3(15) ES N 0(0) PN 0(0) AR

TE: [GPB] T RHMAR: [UCD] JREMEIFESR; [OTCD] D2 MR % W B R BBk ZAE s [ASLD] R 2 WL TR FA W AL Bk 2 4E 5
[ASSD ] HiZBEIEHR G WU ;s [CPSID] ZF BERERR & MHA Z 9T ; [ARGD ] KYEMRBSSRZAE . "ZBT S N —TE 2> A LUT ueD il
TP GPB AT E A L R TF R 05, B % GER) &, JBH . 230k 89 UCD WUR AR R 73 DL<2 % F1>2 % #EA T )
7o

- 514 -



526 4 55 5 M
2024 4% 5 A

%KL &

Chin J Contemp Pediatr

Vol.26 No.5
May 2024

LBk AN D225 BRI, e GPBR
JYUCDEILT, LLOTCD &R NZ L, 2055
TP 51.7% (92/178) . TERIRAFIEH, LA
JLE G o F W, 405 gk AR 51.9%
(67/129) . GPBIFLA i HAYAEH N 0.48 1S H 2 11.7

FEIRIT BRI T, WESE R ITEIRYTY 1 AR J5 Hom
R AR R PR, mnEfag kA
RN (F3) . MWL EAR RN, PIKn:
FNEIGE R R 2 KA R FEF 0 B AEH
ST B 4%~100%, (HIK K 5HF5E 254

%, BAEMHAERAE VR T RMEZ (%2). MU EARRY (£4).

® 3 GPBRTTILEEVHFEUCDHFFRIEM (r+s)

e 7 ; e  E E 7
1M1 (wmol/L)
SEPASPN 44 £ 21 943 40.23 +17.29 <35 <35 80~100°
HE I Ko 32+16 50.4° 31.22 +14.83 <35 <35 20~30°
A ERE (wmol/L)
PEVIE PN 955 + 788 K 791.42 +289.80 650" 697.8 + 188.51 650~750°
RIT 14 G 712 +272 K 700.35 + 234.43 600" 669.5 + 167.57 450~550°
M SES (B/AF)
TRYTH 14F Ko S 0 0.31 +0.68 0.78" 0.78 = 1.28 2.98"
BIT L4E)G R 0 0.06 +0.32 0.36" 0.35+0.83 0.88"

e [GPB] KT HITNAE; [UCD] JREFEIRERF . SCHR PRI, A3 Rbsfios; *Scikrh ULVl 20K TAsfae, R
JYREIE TIER LR (<35 wmol/L) 5 SCHRAPORZE I BAREE , et Bl Jo AR HESCHR P IS s At 14 (.

#x 4 GPBEFTIETVPEUCDHMEXARESE (H)
Yeo &5 Longo &K Martin-Hernandez 467! Diaz &8 Berry 45! Berry Z51%
AR (n=20) (5:16) (n=48) (n=45) (:349) 2117)

B WiE s

Jis ik 0 3 0 0 0 ER73

MR i 0 6 0 6 18 ER7Y4

s 0 5 0 3 ER I

H A E 0 4 0 0 R

BRI 1 0 0 0 ESiI
HAAEIR

R 0 2 0 0 11 AR R

I 32 JRk e 0 5 0 8 19 AdE K

N2k 0 4 0 0 9 AR

s 0 5 0 0 0 AR

PREIEINA B 0 0 1 0 0 A K

S 0 0 0 6 0 KA M

EEV- T 0 0 1 0 0 KA
SR R

A 0 2 0 0 0 ARE

2 I 20 1 2 0 0 0 AR

e [GPB] R TR EE; [UCD] JREMIFRE, “166] (100%) HRAEZED 1EET G HRBARRFM, KREBU“HFLY MR
s s SR IR A IR IT R AR SR R I RS O F R, R — 2 GPBAHSEZY YR R o AP 12 A PR KA
R AE 1041, K261, HEXANS GPB IRMIJEE.
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4 g WS EOR R RE . A LR L T B AR

OTCD S FR i & ML i 1AL, b X 3% i it 1%
i e OTC TIREHLK v S8R ZMG R Wr, 1K
RNEFE R, RIS AR SRR IfE 55
TG I 40 B e AT, P > b 2 T
P, IR AR T, T RS P R A A
LRGN, fE T OTCD HUL M 4K 250
TS oG . LR AR M 2 55 1w, B ik
327 wmol/L,  HLAY Bt XU A A > R AT B A g Jo 34 2=
MR, SRRV I RE RS UK | s
HIRIRFI . T OTCD 2L, WP EERE %
B L VI A7 NS A T =

UCD W& eI d7 i it A 545 L 8 A R SR B 1
5D Rl R N E =N ata SO Y N 3 BN A d s IS
LTRE . WA . K TRWSFYIGIT . MR
HYNIRIT R RIS BN U] B AR, FEAF G SIS
BN A AT REIRYY . GPB IR ISR 25,
F IR S5 FE A B B RAR I K A R TR, 22 B4R
WAL R TR, FEFIE 5 45 Bt e 45 5 8 iR
A RN I 22 B EHEE DT 3 A 1 227K F
5 T AN e 5 ok AR BRI ATRD T RIE T Y
UCD B E KBS, GPB A RIFIIIG T RL,
HAEBOR TR 7. IhIK EAKHE B LR
T RRURI A8 LRI A B 2 24 W ol I D o2 4 24539 2

FHE: GPB H R Y7 0] i 2 AR T A
B R 45~11.2 mL/m®, BP4ER 5.3~12.4 g/m’, XK
HeZ i R T RRIR T B AR i ) i, ARk
<13 m’, TLIEKSS mL/m* (9.4 g/m®); #
HREH=13m’, TLERTmL/m® (8g/m’ ), &
LA E AN 0.72 m?, TLL6 mL/d iz, H
2 mL/K, R 3U. GPBFIZG ) 2 it 1 5 ] # 4
M2 PRAS AT ZA M B 5 IR & TR R T4
SR 2 AR . X6 2 B IL, FEfEH
GPB IR YT Bl I AR 48 25 M 1l 2 /K T s 7 e, iz
JE AR T IE S FRRA—2F . 1 g RS
AT AR 1.4 o R 8 B AR IR AL
1 R R A S e e vie B J2 DA B 8 R B 2
HB AR, H28 8 2K FaiOE s E L
R —2F, TR b8 GPB I . 7 I 4 FAH 5 5
RAER MR, W BB Kk Sk
A R B SE R SERER, W IR
FR PRI G . IO S AG I IS 2, PR AN A 2 Tk 4 A Tk
B, et bp A 2s, OB AR GPB

4 fE IR AT IR, LA L BE B 1 i 2
W, T TCTEI S K T S IR AR R
PR 1M = AR H0 24 15 BH 5 R0 SCRR A T 75 o R 3
BILRZG 14 H 5 W i 28k 43 pmol/L, R FEAK
FNEH ERRI—2F (BI36 pmol/L), 2 & JLIAFAE
IR S Bt 2wid), HAR ™17k
M (SRS, REAIETIRE AR
R, o E A TS Ak B AR P ) H bR A
BOLR AR R B AR IETR RS, HRE KR
LA HA 2GRt | R A R R kA,
LIRS HAS AT B A

FHZG T B F I . GPB AE /N PN 18 1 fik i il
KA R T TR 5, A6 0 F 256897 i 2L
LR 5 A TR 18 5 5 sl IR A O R 45
BT . GPBIE M= W 2K 2R B 2K £ k4 2 Ik e
(1R G A 30 2o I e B, PR I ) 24 i i 7 2
BILIFDIRE, X5 T 45403 8 L A FH 3 ] P 4 42
AR R . A LR e I s, HHZy
HJG CIFDhRE S H, PR IR &

ESIEREN -t SR SO NP W RPN S
BV 2538 S, 5 GPB TR EA SR, A
AP AR 2 PO 5 250K, HLYR YT B AL A 1K
EHRESEEHTT. RN BEERA, AnT
PSR R 2 LA A . an & BR25 )i R
IVRYAH BN S (PTG B S R ST A
)2 h s LEAE] 0.5 hWITETAME, FURIER IR
BUw], BIoninfia k. BOLYE H ARG b, EiE
B RS EE . FURNERE . NIRER . NEEET G ]
REFE T Z KPR 25 i 1 seéh, GPB &M
TR T ER AR £ R 4R CYP3A4 AR5 5
FI, WU FE S CYP3A4 R AR 25 iy
R, (X B 25 W) AN RE A HE 2RI 8. VB EOL
MHFRIEEGEANFOSET, T5 45 0B A b e e R4
CYP3A4 IR M2 . A £ L 322 FH 24 ) ]
SRAERE SN, A AR MR LR R
I, A4 AT B R B AT AR R A, A
2y, REAMKEAKEEEN ., EENTRE
T ek A 245 BB OL Y I 24546 A U, 2 = 254K
M, KEHEEIRY TR . |, BEAENIZAS
JL I FE R Ja s sr RGP yaaE , kLR R R
T B AR 95 ) 5 AR YT 1 R, AR R LA
wiEN, SRILRKE—EieiFribk, ib&
ILEFIEFEAZ 5 ik, fERTFSES, &
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GEI VA Y i i B WS DA O (s | S A
HRE NS T A M ARG IR, R EIR IO
EARFEENE, FIRHIT A, Ka A1k
RAHZR, DAHER 259 i it TR, v
SEAR T, T EOAR B L 241 AP AIG ) 2 2
W2 — . Bl R 2 0 55 DU 25 W A A B= AR 1
Z, FWHREBILRE LT R LR, Bl
BT 2 E3h it m, XA R TiEmiRIT,
st B LI AR 30 o AL

OTCD 7 | B2 1) o 22 MLE 2 T B b Bk . il 254
POGABET, WA KBHEATRYY, BREAR, &
PERRAE AR =, A0 I AR 1 T S B
FUHI2 W FAR AR IR YT 2 B AR LG P8 28 S Bk 3
KA, GPB IR REA 208> OTCD UL ZUMLAE
& G ke RS, 5 i K S 45 ) 7 e A TS R
TRITRCR S, AR AT A ™ R B SO o

ETRR AR : MG TRELS, REHK
W, HH. MBRIE;, Tk, FF. WAMK.
BAE BBE AEE FEE KFHAR
KREHE; FEANFRIEF, HL T
HASAERIFEFTE; FET. EHFHAA TIER
1HF,

HMadRER. AKX FARAELEH S
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