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Btk IRz, /RN, AR R 2H 3845 4 B iR A5 A PCCA BERIAEAE 1A~ E00 (19 415 28745 NM-000282.4
¢.1834-1835del (p.Arg612AspfsTerd4), WHIZHNIRMIE. 2. BILF, 4d, BAEFRNZE, ZHE4d, k
BT &1 dstis. ERWR S, RIVEEIAEZ, M%>200 wmol/l, MMUTIHEHFFAE2 N A2 G785 NM_
000255.4: ¢.1677-1G>A, NM_000255.4: ex.5del, HIEH “FRIMAEIZWIAT . WEl3. BILE, 20d, HZ{hR
fE15d, RIERL A8 ditiz, )55 dgrl MRFRENE, 12 d I TF R s, 1Mfz551.6 pmol/L, PCCA
FER LI 2G5, NM_000282.4: . 1118T>A (p.Met373Lys), NM_000282.4: ex.16-18del, 12 kMR Il
E o F 2 0B AR R RGEHTUE T 30 hy 20 h S R B3 HIEJLEZ AR REEmR, KM
LEPE MBOBHTIERS, 6 h N IMZM 551.6 pmol/LIEZE 72.0 pmol/L, FFEHE L 20~25 pmol/ (kg-h), L4 T FEH
SR BN . KA 3 B ILTITR Y, AR B HLRR INLAE AIIRTT 7 %
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Sequential therapy with carglumic acid in three cases of organic acidemia crisis
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Abstract: Case 1: A 19-day-old male infant presented with poor feeding and decreased activity for 2 weeks,
worsening with poor responsiveness for 3 days. At 5 days old, he developed poor feeding and poor responsiveness, was
hospitalized, and was found to have elevated blood ammonia and thrombocytopenia. Whole-genome genetic analysis
revealed a pathogenic homozygous mutation in the PCCA gene, NM-000282.4: c. 1834-1835del (p. Arg612AspfsTerd4),
leading to a diagnosis of propionic acidemia. Case 2: A 4-day-old male infant presented with poor responsiveness and
feeding difficulties since birth, with elevated blood ammonia for 1 day. He showed weak sucking and deteriorating
responsiveness, with blood ammonia >200 umol/L. Genetic testing identified two heterozygous mutations in the MMUT
gene: NM_000255.4: ¢.1677-1G>A and NM_000255.4: ex.5del, confirming methylmalonic acidemia. Case 3: A 20-day-old
male infant presented with poor feeding for 15 days and skin petechiae for 8 days. He developed feeding difficulties at 5
days old and lower limb petechiae at 12 days old, with blood ammonia measured at 551.6 pmol/L. Genetic analysis found
two heterozygous mutations in the PCCA gene: NM_000282.4: c.1118T>A (p.Met373Lys) and NM_000282.4: ex.16-18del,
confirming propionic acidemia. In the first two cases, continuous hemodiafiltration was performed for 30 hours and
20 hours, respectively, before administering carglumic acid. In the third case, carglumic acid was administered orally
without continuous hemodiafiltration, resulting in a decrease in blood ammonia from 551.6 pmol/L to 72.0 umol/L within
6 hours, with a reduction rate of approximately 20-25 umol/(kg-h), similar to the first two cases. Carglumic acid was
effective in all three cases, suggesting it may help optimize future treatment protocols for organic acidemia.

[Chinese Journal of Contemporary Pediatrics, 2025, 27(7): 850-853]
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w1 BILE, 19d, Wgizs . L2 JE,
INEAE RN 253 d ABE. FREE 37 J&, ™ A4
Apgar PEAr ¥ 10 43, 1RHE 2.7 kego AJ5 5 d H BLH
2, MR ZETR D, ABERT3 d BRI 2 46
Flo FHMEAERE &M T &, /M TR, 7
&R . A2 RIeTT . Wl S i/ MR SR IT S
MR ETE, BRI ARG
KRR 22, ik, PFUCARFRN, 1AM,
DU ALSR TIART o %l B A 7 45 SR o AR e R v
i, MR =R TR, IM& &R 1500 wmol/L,
PR WS 2 3% 3% 75 (gas chromatography mass
spectrometry, GC-MS) SrMTRl R 3- RN R,
e P IEIR . SIS A BRI B NER .
KAk e I Z2 P b 5 23618 & b mAIG, H 2 &
R E T IR B AT R C3 i
e (ER 1) o 2 FER A BHE s il A 2] PCCA
SR AEAE 1A 800 1 4l A 58 48 NM-000282.4:
c.1834-1835del (p.Arg612AspfsTer4d) . HILHIL K
PR MLAE

ABEPEAR 8L B 25 FERF WO RO | s
s ER AR ERTE, &R, IR
1550 pmol/L (ZZAH 10~47 pmol/L) , F54  Z&fL
SEFE G2 WibrifE . SLEVE B B 2R, 440
B FREE M M BGENTIE L (continuous veno-venous
hemodialysis, CVVHD) , S /ASEE MW 2 HE, #ME
Wk, &S ERTEE, SEmNIMEA A,
BT mhem 4 B HSMEFE (otal parenteral nutrition,
TPN). 7 % ¥ 3 & 10 mg/ (kgrmin); JIAH T JE 5
F; BWFL 2 (kged), BRI A 80 keal/kg,
D711 o 8 s 7 P i 8 V12 N @2
PedirE &R PR ERR 100 mg/ (kg * ¥K), q8h, Ak
JET 100 mg/ (kg* %), ql2h, H%45 CVVHD 75 %
), Sedrden, i zA f o0 T FEEAR P s
SCE CVVHD J L2k N, 30 his M, Ja ik
RARAMR . MAZERG, KRS, it
KUt . HBE R A 2R A 50 50 me/ (kg-d),
SE W02 A R A FFAE 50 pmol/L 247 . KA B
P RAF, 84 H B RGikAr 561 43 (AR
Mr=7043 ), Bayley 224l JLVEAS & 3R B VAL
HERIA . WBAE IR T IEH K, MKizshiz
JEYE I, T PR IR K

w2 BILE, 4d; HARRNZE ., 2%

4d, RIBMZTE 1 dABE. Al 38 8, ™
A, IRE 2.5 kg, Apgar PE4r¥ 104 A JRWIR
59, Z95~10mLAK, [RIWTA DS, ek, SOz
WA 2% o AR AT s AR R T EE . AL
BER, IM4>200 pmol/L, 5T 4R . K&k . /2
RIE TG, kR A E, it
frvesse, iR, ABCIRM R A . A
W, RW2ZE, W R Wrihsh . K RRE Gy, Rk
KL, ooy BEWTIZ SR, METRE, DR
B, WUIKFIMET . ABEES 2 KIR GC-MS AT WK K
HHEOR TR, s H MO IR o Il 20 S5 1R 43 B H
AR 498.5 wmol/L, WIWLFhE . ML MESE R B8 53 HT C3
J C5-0H (C4DC) HFaEEEI & (LK.
MMUT 3] & B2 428 572 5 : NM_000255.4:
c.1677-1G>A, NM_000255.4: ex.5del, HIILPH R
IMHEIZ W

ABEINEL 1502 wmol/L, TEAS 5 2 18 & 42 i 5
fag. SEVE SN E SR, B & CVVHD /b
4 TN SRR, A IERR R, BRI A PR
A, EREETPN, milEkEEmRR. 2 ReT, b
FEFEE M Z Img qd LE . ABE2 h 53 CVVHD,
T8Y7 20 h L2 FFEZ 50 pmol/L 515 1R 4T, 1R
RRAM, TFHAFIE 100 mg/ (kg-d), HBEH &
50 mg/ (kg-d), [RIBTRHAMSE (CRREREC T 08 5
RERE W1 L LIRAWRSE ), 16I7 )5 2K
AEFFTE 19~52 pmol/L, [BILEFFL , 25 B, HiBE
VG 25 By R AR S IR, AR ETET, BE;
9 16] 1128 K 70~92 wmol/L, A2 )5 4.5 4 A ARK:, 14k
HATke, BREBEE, MKEaghi5E, HEH
YR )G o

B3 BILFE, 20d, HWZWRAELISd, &
Rz R 0 A5 8 d ABE . RIS 367, ™ A
Apgar PE43 #4104, HWAEKRTE 3 kg, A5 5 diZH
ISR IRME, nZWhD, RECORTEM; 1244
PR L G 2, B RE K, 20 d
R 22 WEW RIME 202 A BE o A BE R A6 A
KE2.5ke, RNZE, HIRTHE. REE, 25K
JRBBCAE Hh Il A, PRI R ES, LR IR o &
552 wmol/L; ML MR =R, IKGC-MS WLt
RN, hi W IR, D RNEEH R .
IR E AR AT T ER S W T,
T C3EmpEAE (WK1, PCCAKERH
RI2ANIAAE S, NM_000282.4: c.1118T>A (p.
Met373Lys) , NM_000282.4: ex.16-18del, iz N
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ABEIF A (d) 15 4 20 0 —
Oh 3h 6h 12h 18 h 24 h 48 h 72h 4d 5d
Frik + + + BB
‘Iﬁzﬁ _ + _ Admission time
W% DRI A A R T + + + E1 3%|2EEA CVVHD S B ME RS SR8
MK + + EmET [CVVHD] &tk ddrigd; [NCG] R4
CVVHD ffi K (h) 30 20 MR [TRANS] #eifiiqyr. BF1 (E6L), irikiiigyry,
A HEAR CVVHD 30 hJ5 HIRRA AR . B#2 (B@4), CVVHD 20 hJ5
1M1 (wmol/L) 1550 1502 552 FRRAZERR. 853 (aZ), AREEZEAORIAER, &
PR EL (10°71) 23 34 23 17 CVVHD,
I/ (10°71) 35 72 13
MAEH (/L) 92 114 86 2 itip
B (wmol/L) 3233 248.1 4739
AE R (Lmol/L 412 340.4 252.6 N PRI
A A AL LA 2 b T A DL R o
X pmo : 54. . . .
U TH &S k1% A5 H TRs,
PR (wmol/L) 116.0 159.0 286.7 E? fl ﬁbﬁkl%a;gifﬁﬁilj\]ﬁﬂ @&&’H‘% %ﬁﬁfj qﬁ%
ﬁff‘:ﬁ&’; (p.mol/L) 792.9 498.5 1728.1 %}/\ s gj‘j l% ﬁ@'ﬁx E%\‘rijﬂ/fg y N I:F‘ qfl %WQE&
BEIEPI C3 (o) 196.1 922 334 WA Ay f s WL ARY AR I 0 23 J& 5 A6
JRGC-MS — B ER A LI AR, B R
3-FEEEIR (wmol/L) +t ++ A MUE, S| EIReZ R, UL
AT (umol/L)  ++ i TONE, PR BRRME
ziﬁi E“m‘)g“; TErRE, AR JL AR I R O O B
AR (mol/L ++ Y N N N
FETN R IMRE 1Y) &R 2R 24 M 1/15 213, ZAIY
LR KIS, 5 PCCAZES: MMUTAES: PCCAZES: AT — BRI 9 B 229 PIRRIMLAE

H: [CVVHD] FRgethigaE kst ; [GC-MS] M ais-i
i [MMA] WL ZRRIMAE; [PA] NIRIMAE. “+” /mAT UL
Py =7 RBILRBL; “++7 RPEFE; e REEFE
25 FALROR TGS W

BTG 2 BIRIR A, 1E A MAE LR G P
fili b, SrRPEA TR A 2R 300 mg; 8 45 HE /K B
G e B2 6 h BRI TR &R 200 me;
3 h il % 342.0 pmol/L, 6 h Ifil 2% 72.0 pmol/L, 12 h
1124 44.0 pumol/L,  J5 Wil if1 234 <50 pmol/L.  ABE
12 h GBI E A E SR . BEE AR, HiA
REAR BT DM, L RIS B 5 0 e 5 A R]
MR R A 282 100 me/ik, ZiHRERLEETE, RIZRREE
FCT Wik o A2 05 2.5 D H BV B K B BEAIE
TOMEFRIRINE . A UL R Bk R I A5 . 22426 pumol/L,
BRI PR ABEIAIT o 3 518 LAYIm RFFE K
KA R IR 1, WBIT R a2 LA 1,

17195 492, A HLIR il HE A8 2 A 78 A LIS
Gy fil & v EMURE FE 52, g PR AR AT i 220 0 4 ot e
RUMAEFFLERT ], S M RGN RS .
SR, X E S E A, E S bR IR YT I
FE TGV I R AR M 2 K-, F % 75 28 CVVHD P
XM EITFHAR FEEP DR =P ER, ~MUZ
FRFHEz 4508, 1 H A 8 CVVHD A B e —ANFE
BF. 207 AR B HEAT — 7 KU A B .

R A ER (N- BEA E R 45 A 25 1))
EAERE A, ME—RRAS R RO R AL B B 1
PRSI 2259, PTRARIARIN R IR N- B4 2
G R BI04 HLIR IMUAE 51 A Y v 2 INUAE 17
J7 R AR SRR . A3 B LB R
T RAARAE A ARE R e A AT —ZR O HEEIRY T AN,
B2 53 S 3 T CVVHD, (#1751 2K E-4E 24 h
WA TR 1528 TRT2 BIAIRIT 458, 25 3 &
FAEABE G B3 DR A& 100 mg/kg, 3~6 h &
21 E 342 pmol/L [ 2 72 pmol/L, a2 S
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CVVHD §fdi . Z%8JLBY ML R B3 2 20~
25 pmol/ (kg+d), A2 6432 CVVHDIRIF T
Rof R A A Y

RAZIR A 2003 FFERR AR E LUK, &
TEAER 544 [ ZOR i X P A 8B 2L 20 45 A AR
2205 . Alfadhel 55 " X6 Y IR Y R IILAE T DS 2 0
SiE RO PRI T 52 0 15 % e LR B3 S0 T3 R IS
ol FOJE N R e 1 BB, R E TR L. BT
REERTR, RAERIGITAN T 22 ABEIR
BT HRZH B B IEAE (631 vs 12.76), AN, —T0
7RI E R 2 it sy, HEZ RAERIGT
14~771 1 CE#3640 ) WA HLRR ILAE B34 251 T
TPl BFRRES R BN, XS R 2R
PRAAE R AR TP BN T 419% 7 BRIHCHAE L
HY LR R E 2058 T JsTE,

KFRARAEAREH EILEEMNR AL,
Valayannopoulos ¢ *' B 55 1, il T 2t IR 2
SR AR LR ST X R 2k i 2 VR T R 468.3 +
365.3 pmol/L, 18 h F 5 £& pii B - 357 i 2 ok &
60.7 £ 36.5 pmol/L. [AIFE R /R-RA MR LR
FHHIRIT AR, Yap 25 ' 4 1) B DT R I
BIL, AJ59dI%g 1089 wmol/L, ABERT7E O min
F190 min 25 T 200 mg R A AR5, ML ZFE 90 min
I B R 2 567 pmol/L, FF7E 6 h I HE— 2 B A%
%236 pmol/L, E12hJ5, FRRIAR 100 mg, IM%
BB IEH s % EBILEIR N ZRE R, IRZ65]
MK, 6 hNZGY R E R 160 me/ke, L2 T K
HEEIRPE, 6 h N T FEEUE 58 mol/ (kg+h) o AR
i) 3 2 Ih il B Vi B Ol 537 wmol/L, 6h N 45 24
100 mg/kg, ML % T B B 25.8 wmol/ (kg+h) . —
M2 B AR B B RN R R, e T
CVVHD A ANAYY . BAifemfEte St R4
LRI RS R 100~250 mg/ (kged), Tl HEEE
K, HLBEA WA AR R A i S AR L 3Ok
SHEESMEENSZMAEREL T, BusiE S
B ARSI . Rk, 52 2 AR ™
TR LS LA 5

i ik, RAEIR ST b e i
EPIRITBRAL TR AR, DRI R E LR E
L BT IR T O A BN AR AR
CVVHD B4 Jifgidk .
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