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WBC 7,200 /ul
Neut 28 %
Eosin 2.6 %
Baso 0.6 %
Lymph 63.8 %
Mono 5.0 %
RBC 2.85 X105l
Hb 8.7 g/dl
Ht 252 %
MCV 88.4 um?
MCH 30.5 Pg
MCHC 345 %

Plt 557 X 10%ul
[E1L5]

AST 74 UN
ALT 26 U/
LD 297 U/
vy-GTP 282 U/
AL-P 2639 U/
T-BIL 9.64 mg/dl
D-BIL 1.50 mg/dl
I-BIL 8.14 mg/dl
ChE 198 U/
CK 133 U/
T-Cho 88 mg/dl
BUN 8.3 mg/dl
Cr 0.14 mg/dl
Na 137 mEq/dl
Cl 107 mEq/dl
K 4.8 mEq/dl
Ca 8.6 mg/dl
A 86 mg/dl
NH3 72 pg/dl
JIIIREEZS 96 pg/dl
TIBC 315 pg/dl
UIBC 247 pg/dl

T F 411 ng/ml
NThraes =10 mg/dl
CRP <0.3 mg/dl
HH TP 223.5 pmol/L
P-3-P 6.1 ng/ml
VHag—527S 15 ng/ml
(FR i 77 A ]

ph 7.336

pCO:2 442 mmHg
pO2 40.5 mmHg
HCOs 23.1 mmHg
BE —2.6 mmol/L
AG 6.9 mmol/L
Lac 1.91 mmol/L
[ )

PT-pt 182 #
PT-cont 123 ¥
PT-INR 1.48
APTT-pt 333 B
APTT-cont 278 1
PIVKA II 40 mAU/ml
[%09%]

IgG 560.0 mg/dl
IgA 13.0 mg/dl
IgM 21.0 mg/dl
[M530]

TSH 3.19 plU/mL
FT3 2.98 pg/ml
FT4 1.44 ng/dl
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Citrin deficiency with normal citrulline value diagnosed

with obstructive jaundice

Yoshiki TAKE, Kanako KANOU, Norito TSUTSUMI,
Shigeo NISHIMATA, Hisashi KAWASHIMA

Department of Pediatrics, Tokyo Medical University

Abstract

Neonatal intrahepatic cholestasis due to citrin deficiency (NICCD) can be diagnosed in approximately only 40% of new-
borns by mass screening. Here, we report a case of NICCD in infancy with occlusive jaundice, although the results of the mass
screening test were within the normal range. The results of this test were also within the normal range for this individual’s sis-
ter, in whom a diagnosis of NICCD was also made due to a subsequent increase in the threonine/seine and citrulline/serine ratios.

The threonine/serine and citrulline/serine ratios are useful in diagnosing NICCD.

(Key words) : Threonine, serine, SLC25413, cholestasis, citrulline/serine ratio, threonine/serine ratio
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