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Abstract

Objective: To summarize the treatment process of neonatal intrahepatic cholestasis caused by cit-
rin deficiency (NICCD) and improve clinical diagnosis and management. Methods: A case of a 2-
month-old male infant with NICCD was reported. Clinical data (jaundice, abnormal liver function,
genetic metabolic screening, and gene test results) were analyzed, and relevant literature was re-
viewed. Results: The infant presented with “generalized jaundice for over 2 months.” Laboratory
tests revealed hyper-citrullinemia, elevated methionine, and abnormal liver enzymes. Genetic test-
ing confirmed a heterozygous mutation in the SLC25A13 gene (c.852_855del and ¢.1751-5_175). Af-
ter treatment with lactose-free formula feeding, liver protection, and fat-soluble vitamin supple-
mentation, the infant showed favorable growth and development, with follow-up indicators gradu-
ally normalizing. Early dietary modification and symptomatic treatment generally lead to a good
prognosis in NICCD; however, some patients may progress to liver failure or adulthood-onset cit-
rullinemia type II (CTLN2), necessitating long-term follow-up. Conclusion: NICCD lacks specific clin-
ical manifestations. Early diagnosis can be achieved through genetic metabolic screening and gene
testing. Timely dietary intervention and symptomatic treatment often result in favorable outcomes,
butlong-term complications require vigilance, emphasizing the importance of prolonged follow-up.
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A5 REPR 1 (Citrin) B Z i & SLC25A13 FEH A8 58U — P Yo R Bt A0, H R AR ok 3
IR RIRR R AR AR AR = 8O A ) LT P IEY TR BURE(NICCD), 75 AR R (8= AR K IR 2R I
JI 5% (FTTDCD) M i 4E K AE RA R ILAE 11 BY(CTLN2). NICCD A I A . FFIhRe &% dE A =K
AR MAE IKE A MEESE, NICCD FHEYT G TE — M RAF, (ARAERERAEAEAHE, FEIZER A
Me, - HAR R R TR B LR RO E S, ERIAITIN R, MU . BLEDEIE P 2024 4 11 AUk
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ANBE g Rk PUBRERRER Y, IE-TH . 8, R B R A IG s, Kb & giask, BTk
i, TR, BRI SR, AR FFIhRe: WRREEELEN: 65.150U/L, K TARRE I
R M. 133.86 U/L, SHZE: 166.23 umol/L, HHEHLLE: 106.35 umol/L, [AIFEIHLIER: 59.88 umol/L,
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MEEH: 62g/L, HEEH: 2628¢g/L. ABt/a TR H&ER, B HERT. SREIKF T, BT mH
95 S 0PI SCHREIATT

NP JEH G E . Mot A0S 9.48 x 10%L, ZL400: 3.40 x 10'%/L, IMZLEH: 97 g/L;
JHDiRE: W IEE AN : S55U/L, RINADREAEELZM: 111 U/L, SHZER: 171.5umol/L, HE
JHZT &K : 107.4umol/L, [A[#EHLZ: 64.1umol/L, HEM: 349¢g/L, HEM: 27.9g/L; &tLFR%). &
MR [A]: 16.60s, ZF4EEE)E: 0.74g/L, EWHA GG E: 66 s, #EEE: 45.2mg/L, Il
Z: 36umol/L, WA H: 226118 ng/ml, IMBAAABIVELRBIHE: FIMERR . N N 5,
PRIBAARCH BB TR T 4-F KA IR-2. 4-FRE RN EHIR-0X-2 H /5, #2K Citrin SRFER AT 5E. BRI
WO TCFNERC T MR, S TORIF. RIIE. 7o BRVA MR 4E AR R SPRE SCREVRYT 10d BT, TE3RTFEIL
FIBAME G, ST )LEBEAT SLC25A13 LRI, HBrariEr g RARR. HEEaiEE,
AE: WRIREEFLZM: 36 UL, RARMRAERZN: 63U/L, SIHLER: 99.8umol/L, HEEMHAE:
66.9 umol/L, [HEAHLLE: 329 umol/L, HEH: 478 g/L, HEH: 40.7 g/L. HF)aE 3K 45 Rk 8
NIZEF SLC25A13 LR 4 & %748, 112 NICCD.

B 5 4k 4L F AL 7 WM SR, CUIRAE IR AN, A TRt 4EE RIRIT, [1i2H 24,
BIVEKKE R, SEME. B4R, AEASHEREARLEY, FREARAGNHE TR, A7
FIEHEH.

3. itig

NICCD & WA F Yotk 7q21.3 ERY SLC25A13 JEF 548 SE gAY i Citrin 25 [ Th A Bk [ 1 3 YL
OARFEPEB A5 1], NICCD i 5T 2001 4 H A% 3% Ohura 58 & [2]. E N E# NICCD iz W1
2006 (3], H ETESR EH AL ) LA TR if 2 th NICCD B 55 6 fi7[4]. NICCD FEAE 2 H#H K
Wi, WGARBIEZ R, HATYON Citin AR 5EFMREEA L BB AR A M. J8HiAT
KRRV IARR R, QAR BEL, Bkl R A B IE AT 3R . IR A B 2E 4R AR (0 ALT. AST. ALP.
GGT %)t ARV IR AR R BL5], HAR 7 B f A m FLIR MUAE . WA SR W T s AN E LR R
KGR 2 5] R G RS 3 80 N8R & T m(6] [7]s JRAAHE - it igns 4-8%
FIRENEIR 4-FZIERA BRI s FERAS I R B SLC25A13 S84SR, 1] #f§12 NICCD. {HA RIEH > B
FAAE LR IG IR R IR FL AT JE SLC25A13 548, T 7E MBI & KO vRIT 5, IFIhREWK L IEH[8].

AR 2 A AREIL, RICHTUEE, BT IB AR, NFi 5 25 RERRIE P8, 5 4 55 8L
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EWhw, tEEMEERE S, HREEREERRRE D 4- 28RN ER . 4- 2RI = . e
Se TR, e SUR AL RN ¢.852_855del K ¢.1751-5_175.

Z 4 NICCD F-HIRJ7 G G — M R 4P, DHUE T ae G Y7 i M 5] ke I Dh s s v L 2 A6 T2(9] 6
NICCD [F¥ETT SRR R E AL FE, K223 NICCD 45 F 3K X & & vk B = B i & s ik g
RIGR, YED E E UCRE AN AR AR G AR, S I A TR S R RN SR KA. NICCD
T AR TR AT B S BURIEME4E AR R (N 4EEE AL DY E. KRR, FHEishsalgmitget %, fedk
AR T H T SRR IR AR . B4R 3 K o] BT T Aa T Bk D) RREAS [ 10]. #4r A & a7 1)
RN DIRe R, RAATHAEIRIT11]. M0 EE NICCD BEfEmiGEMEE iy FTTDCD
8¢ CTLN2, [12], FHRXF NICCD B3 A7 KR
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