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Hyperammonemic Encephalopathy Caused by the c.386+5G>A Mutation in OTC
Genein a Young Adult Woman
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Address for correspondence Noncirrhotic hyperammonemia as a cause of acute confusion remains diagnostic challenge.
Chan-Young Park, MD Deficiency of ornithine transcarbamylase (OTC) is the urea cycle disorder, inborn errors
Department of Neurology, Chung-Ang caused by a defect of the enzymes in the urea cycle, leading to an accumulation of
University Hospital, Chung-Ang University ammonia mainly in newborn. There were very few cases, in which OTC deficiency result in
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hyperammonemia in adulthood. Herein, we report a young adult woman of hyperammonemic
encephalopathy with OTC deficiency, diagnosed by high blood ammonia, glutamine and low
plasma levels of citrulline. Next generation sequencing showed the ¢.386+5G>A mutation of
the OTC gene.
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IFHYotEF L AFEARAE doA HEFS s, = A BHAANE, FUNEE, udT 9% FE TS
o)A wiste} oA &, Aol WS 4 QAL Aot HEF,  Fol HRFESHY IYRYoIEFE U 4 YTtk a4ad]®
wot A4S ARl olF 4= ik ARlolAe diEE 5 tiAPelldisorder of urea cycle metabolism)& 7 &
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HRS e A4 gAFASte 2 Aol Aos) wol A7Zs  §F1 vh2o] Mol ZAFS Kool Bt 23] glo] 3
oA AL Akl A= wfS =5 BE] A 9)ol 7. A EMa} Acho ux] Ealeld T alct
AR L 71AAgo] G AR 194] ool ZRAUA  ol% A YA W B A or, Bo] ol
SRS E = 240 2 YISt ornithine transcarbam- 7] B8 o] oFE O glL Alejolt} k| RAZ7} HASITH
ylase (OTC) 2WFCE 24 Ae u7PAsty Tgudor 289 2 ¥ 2937 A7 3EGHeIA 124 o4 242
3% 1912 A Bst1o] oS B Ist A T, RUOT(Fig. 1), HH5A AL M 150 mmH,O0, ¥
87 1/mm’, & 994 283 mg/dL, £ET 71 mg/dL, &

S d YT 118 mg/dLE 2324747 719 2 929 ZA% ¢

19A4] of2p7F A7) AYSE 94 WiStE AR FFAC]  7F290 pg/dLE AR A9 4-5ui7FS A5sto] SISl o]
et 9al2 gotal FA7159] £E7F Aol vhgol = of s E5 2J57 S-S E IS Alstgou 1+ ¢
Hom Agto] A g oHA] Foks TE AHE B9 7HEW 59 27 o] Ho|x] okotth(Fig. 2). T} A
tt. ABAXZNA HEEH(flapping tremorn)& BRI o oA FYHAR] Aletuk(theta slowing, 4-7 Hz) (Fig. 3-A)

£ ol 242 QIlTh 7HESEoA 94 BiStE IS vt & Kol IYRYotdF o= Qg thAF HHF(metabolic

Eo] e gRI=A Fgieh HAHY 4-5M13 L 5 encephalopathy) Ietstol] A7 &2 A(lactulose) FF

Figure 1. Brain magnetic resonance imaging of the patients. (A) T1-weighted axial image, (B) T2-weighted axial image, (C) T2-weighted
fluid attenuated inversion recovery image, (D) T1 gadolinium-enhanced axial image. There is no demonstrable lesion causing neurologic
deficit such as confusion.

Figure 2. Abdomen-pelvis computed tomography (A) Pre-contrast phase, (B) arterial phase, (C) portal venous phase. There is no structural
lesion such as liver cirrhosis, portosystemic shunt.
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F0lz WIS RY YSS DIT UNY UHY A

= AT 11 9] w4 AlAPEERo] RS T de
ajAle = Qlof uleetA| Rt (levetiracetam) FoFe 2ol
AZsEoiTh U 294 4 DAl HAfolA EF PHHof 4
A& 174 pg/dLE 7Astgon, o4 2y Yash] Bi
o Z2 $EO 2 B 4 Hu} FAE Aol
(Fig. 3-B).
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H(next generation sequencing, NGS)< o]&3t AA A}
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£ F3oot= G487 5 386HA =0l A sHA At
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Z 8432 Aol OTC Z2¥3 ol 93t 1dHYotd

Figure 3. Electroencephalography (EEG). (A) Mild diffuse cere-
bral dysfunction. The background activity of both hemispheres
was composed of 4-7 Hz theta activity, which is reactive to eye
opening and closure. (B) Normal EEG. The background activity of
both hemispheres was composed of 8-9 Hz theta to alpha activity,
which is reactive to eye opening and closure.
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