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A Case of Neonatal Onset Propionic Acidemia
with Mild Clinical Presentations

Kyung-Ran Kim', Jinsup Kim', Rim Huh', Hyung-Doo Park?
Sung Yoon Cho', Dong-Kyu Jin'

Departments of Pediatrics' and 2Laboratory Medicine & Geneticsz,
Samsung Medical Center, Sungkyunkwan University School of Medicine, Seoul, Korea

Propionic acidemia (PA) is an autosomal recessively inherited disorder of the organic acid metabolism,
It is caused by a deficiency of propionyl-CoA carboxylase (PCC), PCC is a heteropolymeric enzyme
composed of e- and B-subunits, The clinical symptoms of PA are heterogeneous and present vomiting,
dehydration, hypotonia, and lethargy, and it can result in death, The typical presentations of neonatal
onset PA are life-threatening metabolic acidosis and hyperammonemia, Here, we described a case of
neonatal onset PA with mild clinical presentations, She was born to a healthy mother without compli-
cations, No significant illness was observed until nine days after birth, She started exhibiting poor oral
feeding, vomiting, lethargy, and hypotonia at ten days old. Her laboratory results showed mild hyperam-
monemia and acidosis, The initial diagnosis was neonatal sepsis and she was treated with antibiotics,
However, her clinical symptoms didn’t improve, So we considered a metabolic disease, She was given
nothing by mouth and intravenous hydration and nutrition support was performed, Propionylglycine and
3-hydroxypropionic acid were showed high concentrations in urine by gas chromatograph mass spec-
trometry (GC-MS), C8 level of acylcamnitine analysis elevated 104 uM/L (range, 0.200-5.00) in plasma,
We took gene analysis for PA to be based on the symptoms and laboratory results, We detected
PCCB gene mutation and diagnosed PA, She survived without severe neurologic defects and complica-
tions and was hospitalized only three times with upper respiratory tract infections for 7 years, We report
a case of a ten days old neonate with PA presenting without severe metabolic acidosis and hyperam-
monemia who was effectively treated with early aggressive care and conventional methods,
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spobitabe gaslol g9k U9 B o) A
P4 12.6 g/dL (2] 10.5-14.0 g/dL), HE+

% 9,810/mm’ (313 9,100-34,000/mm”), d2
610/mm® (&34 84-478/mm’)olie}. &3 )2
FTEE YEF 139 mEq/L (F11x 134-144 mEq/
L), ZF 5.5 mEg/L (314 3.4-6.0 mEq/L), Z&
10.2 mEq/dL (3112 8.8—10.8 mEq/dL) 1™, A
sle AAME AST/ALT 19/17 unit/L (Falx] 22—
77/10—40 unit/L), BUN/creatinine 15.1/0.6 mg/dL
(Fax 3-12/0.03-0.5 mg/dL), YEUYol 124.2
umol/L (3313 11-35 umol/L) ©|%{t}. FHE 7k~
47 pH 7.399, PCO, 32.6 mmHg, PO, 41.1
mmHg, HCO3; 19.7 mmol/L, base excess —4.3
mmol/Lo|lth. &7 W 29 U 55 oe 29
B4 Ao, WAL AAMY HAUEE (intra-
ventricular hemorrhage) 1%7°]t}
=2 9 10% 22 o A5 29§, 24 18Y
A APet 5 dEYot FEE 85.3 umol/LE Ho
A1, 714 g 9 S Ast S sAE 4
740 24 23UAHE AT+ L—carnitine2 & A=2E
AlZsta, 4 249A Tk 54 F45 2o]E Al
et o] oW, oFEXEE FASHHA Rt &
© PP ApRA FAIE ARG A4
H ZA}e| A Propionylcarnitine®] <3tk
ol opu]iAb #AAW C37F 104 uM/L (FFaiA|
0.200-5.00), &% f714F 4 AAMY Methyleitric
acid 347 mmol/moL creatinine (3313 0 mmol/
moL creatinine) & FA| S718Ilch o] b 4l
2 AR 22324858 s Sl
AR Sx1E Aate] TR ATl gt &
AzF B4 AARE Alsksith. PCCASE PCCB w47k
9] =<dnlo] o5 glsly| flste] 3] Wi Yo
O ZX3E genomic DNAE ®E3515loH, FFa4A
ST LGRAH R FARS] PCCA 247)
exon, PCCB 157 exon ¥ exon—intron Q1% <
E AARIAT 11 A3, PCCA AR = WHol7) 3
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Fig. 1. PCCB mutations demonstrated by Sanger sequencing. The patient had compound heterogygous
mutations (c.1283C>T and ¢.1316A>G) of PCCB.

A A koot PCCB AkelA ¢.1283C>T (p.

Thr428Ile) ¥ c.1316A>G (p.Tyr439Cys) ®wol7}
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%2 GC—-MS (gas chromatograph—
mass spectrometry) Z AWM propionyl CoA,

propionic acid, methylcitrate, 3—OH propionic acid,
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