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BRAREE Il B2 N LY > IEE (adult-onset type Il citrullinemia,
LBUT CTLN2 &HBEED) | SLC25A13 FRIINU 7Y M k- Ty
NUYHRIBY 2EREBHREREGERETH B, YNV
SERIERD ) Y B -7 AIIRZFVBY v MLOFERENULT
PEEARIED ATP ELE & NADHINADYNZ > 2 & #EF L, REM
BRICHBRT AN X VBEHHEELTWS, YN Y RIBTR
HERTHEL 5 NADH QABLEE NS &, REOETOEAIL
BIT/INT Y ADWHEE 7 RIS F VEBBHHATREIC & D EIEHAME
WU, @7 YEZFVIAEZRT?. ABHOREE L THIBEL
DIEEZREL, TEPHARZEORELRREEEZRTHY,
BEBEBEOELICE > TREIRIEL TRIET 2 HENH Y.
SOEEE TEEFENTERWLHICHIE LA, #2Hicm
A7 YEZFHERETH >z CTLN2 D 1 flZEER L 1z D TH
EHI 3.
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RIGME © MREY CTLN2 & RIS Nz Mi&E R L.

RRE  SETHSHRRAEEET R, ADLIFEIZLT
Wehd, ABR 3 HEih SHBREERD, ABRRTHICERENS
HAICRIGULERL D, BHIcE> THHELBRWHHBRICK
FoYi Se L AN Y ol

ABRRERAE - & 153cm, {&AE 48kg, BMI 205, &R

36.9°C, I 171/78 mmHg, B&¥A 99/93, SpO, 99%. =HiF
JCS 200 T, BERRFIBEURRL. Y 2A LR - mAITERO
BEBRMEREZRO R,

ABREHRERR @ MRECERETREHESORREAD
SEHZEEFMRIERHIMA TV EZTH 63 ug/dl (EX 12~
66 ug/d) EIEBEHFENTH - e, INBHERREDIFLREZR
9, BEMRIFIRTHEEIERDEN > T,

ABREIRE - TAhAEBREELT, Y7E/NLb5mg%Z
EIUAHEERT, LRFIEHL1,000mg, ZAHIR
100mg, ¥V 7 LDOFRABZRIBLRL. NLRIHEOT]
BESEX 7Y I/AOCILOREERSEHRALE. F4KAIKE
FLANLEHEUEBRZHB LA, &KITICS300 £ TEH
MET U7, F5MAIIMFA7 YEZ7ZAES S & 500 pg/d/
BLEEHIBRL, BEEBRIEE CT CHERERERD S 2EEMR
B IEM o, B 7 RBICERER U EE MRI TlE, AR
HICBE, 8B, KR EIC fluid-attenuated inversion recovery
(FLAR) B, ILRGERAEKR TBESZRHE (Fig. 1). XK
KONV ENSEHE - ARBZHFORENHD, W1 FHNS
R CE DB R &R > c & ZFEENTE fo /o8 CTLN2
8o, B7YEZFMEICK UVFA2ET I /BEA, >
IYO—R, UI77FVIvak5l, BEEEEEORSE
FERRE PR 7YEZFEEECLTCERELANILEHEL
fo. M7 X /BEAFIEY MILY > 592 nmol/m/ (B 171~
42.6), 7ILF¥=> 252.6 nmol/m/ (E*53.6~133.6), AL
ZyEU vk 268 CEESEZRO. RIEOREZE TH
TUERENREICT, MUNU 7Y hELTHICRESh
T W3 NM_014251.3(SLC25A13):c. 1M77T+1G>A & R EE S
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Fig. 1 Brain MRI findings.
(A, B) Initial magnetic resonance imaging at presentation: (A) fluid-attenuated inversion-recovery (FLAIR) and (B) diffusion-weighted imaging
(DWI) show no abnormalities. (C, D) Follow-up MRI on hospital day 7: (C) FLAIR and (D) DWI reveal bilaterally symmetric hyperintensities in the
insular cortices, thalami, and widespread cerebral cortices—findings consistent with hyperammonemic encephalopathy.
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Fig. 2 Clinical course.
Timeline outlining the patient’s clinical course. Admission for generalized tonic—clonic seizures led to empiric antiepileptic and antiviral therapy.
Plasma ammonia spiked to > 500 pg/d/ on day 5 and fell with lactulose, rifaximin, and hepatic-failure amino-acid solution, but rebounded on day
21, requiring continuous midazolam and renewed ammonia-lowering therapy. An enteral formula enriched with medium-chain triglyceride (MCT)
oil introduced on day 23, which stabilized ammonia thereafter. JCS: Japan Coma Scale, MCT: medium-chain triglyceride.
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EE{UE. ZORIFEROBEDWVD, 2 98KHICEUH
BEEPCRICEEZREDIRL, REEHIHILU W E O SR NiE
BEEENERELCFFEEERE Ao (Fig. 2).
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CTLN2 TlEFE 7 YEZFIEIC & > TEHES Y ITLWNRAR
ELEBHRERZET 22, BEZHITEGCFNREICKS
SLC25A13 RN 7> N OREIED, RIEMOY TS > 7Oy
RTCYRNUYEIYNRVBEORIBERERT 2 ETITbns. A
BIEBEEEEERORERENEARNT, FBEMNMRAEEAR
M, MCTAAI, ZILFZVEE] EILEVEFNY D LDE
S5:8MEINTVNEY, —ATHEEICHL TERIND B
7V VEAIRFEERTREINE T VY EZ T NEZIBES
RIS DEREINTVS. AFIOBHISTZRMmG
FYVEZTEINERETH > femTHS. CTLN2 TIEFZVEZT
KREICEDLZ VAT, AVRVVREDKRILEYDOHERY
ALILE>T?, MAEFVEZTININSEEICNTTLERL
TRREZFAEL, BVIBR TIREES 5> TRIRT Z2HRNEH
NHEZSNTWVWEI, KEITHEICRBICEEESIEL, B
HEPAEL Y Y EZ7EIRBLD YA TRBEE B S5MER
%R, HZRICT VY EZTHERETH > DI % FaiH
ICfTofec &Il K2 MEEMN B 2. ABIRKRICHIEZRE C i 7
YEZTFHNERBMETH o IEFFEHBERE N SH DO~10, Tl
ERRTHIESR MR TREK, EEKICAXIRE RS MENE
OFRZEEURRELHFEET S0, CTLN2 FBBBIC L 2R E
HETEEROEFRBLTVWEZ Y, BERFITEEHE
EVTANAREICMZ T, BHFRRERRDR EBO TEERE
KEEETD2 L, ZUTERAIOLS ICHZROMAT >V E=
FENEERFINEET idICZHNRERSENH S, L
feht > TRRFHO#RBHEREZET 2 BETE, OHFY
ZP7NEETH > THRBEDOEECESR MR /R LT
CTLN2 25tz IE, 7Y EZ7ODBNEEDOERT DcHICYE
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RICBEMFTY Y EZ7 % 5 2 ENRBZHOILHICE
BEEZ5N3.
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A 71-year-old woman with adult-onset type Il citrullinemia, initially presenting with
normal blood ammonia levels

Daiki Nomura, M.D., Takao Fukushima, M.D., Ph.D., Mizuki Takahashi, M.D., Masaki Namekawa, M.D.,
Hideki Mori, M.D., Ph.D. and Junsuke Shimbo, M.D., Ph.D.

Department of Neurology, Niigata Prefectural Shibata Hospital

Abstract: The patient, a 71-year-old woman, was admitted for a generalized tonic-clonic seizure. Initial investigations,
including plasma ammonia, were normal, and she was treated for status epilepticus. Consciousness recovered to Japan
Coma Scale (JCS) 0, but on day 4 her alertness declined; plasma ammonia exceeded 500 ug/d/, and a dietary preference
for beans became apparent. Plasma citrulline was markedly elevated, and genetic analysis confirmed adult-onset type I
citrullinemia (CTLNZ2). A low-carbohydrate, high-fat diet enriched with medium-chain triglyceride oil was initiated, yet higher
order cognitive deficits persisted. Because CTLN2 exhibits diurnal fluctuations in blood ammonia, in cases of unexplained
impaired consciousness it is essential to ask about food preferences and to measure plasma ammonia repeatedly to
enable timely diagnosis and treatment.
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