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Abstract: Rotor syndrome is an autosomal recessive disorder of bilirubin metabolism, and it is difficult to diagnose and
differentiate due to its extreme rarity and a lack of specific clinical manifestations. In recent years, the development of genetic
testing technology has enabled the early diagnosis of atypical patients. Literature search shows that only 19 cases with detailed
clinical and genetic data have been reported. This article reports a case of a pregnant woman with an increase in direct bilirubin
during pregnancy who was diagnosed with Rotor syndrome based on a bi-allelic mutation in the SLCO1B1 and SLCO1B3 genes and
delivered successfully at last, and a retrospective analysis was performed for related articles, in order to facilitate the early accurate

diagnosis of patients with Rotor syndrome and guide medications from the perspective of genetic mechanisms.
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BELNE, 308, F20254F2 H 24 H [H“8EH 304,
MR VAR A RN 5 —Epe T Ti2tie . BF A
H0 A BV R PR N R B TG R R IR 5 55 B WL
Tk B AR A st SR 0 B 4 R 1R BH 21 2K P 2w T
o BEEARETM, CWEIER , HATGAE EUF.
R AR 8 AT 8 WHF D REAG Ax , fie e T 2 (total
bilirubin, TBil) y 127.88 pmol/L . #i% & HAE AL % (direct

bilirubin, DBil) & 69.22 wmol/L. f% & 6] # 0 &I £
(indirect bilirubin, IBil) 4 58.65 wmol/L. H: i, 4 ¥ L
IBil & &, IBiV/TBil FLAE % 8 F 54.47% ~ 57.30% ;4 1K LA
DBil Jt &4 3, DBil/TBil H B % ) T 51.31% ~ 56.93%.
BEAE VAE AR BRI . G206 s i, BESE UM G B R
ARRLTZE TR s BRI, BE AR IR A 208 2024 4F
3H22H,F20244E 12 A 21 Hi R 1 44 @ik L,
A JLHETEF I

I TSR 4 B HRR DU BT G | e Rk L0 45 % fink &%
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U R 5 S P 0 AT, RS P B TR M . RSP R
A, T RE e kit ke, TC R L Rk R Lk A ik A
B, BTG fi e , BB IEAEBAPE , B IX JC i , o sl
PR . NS IEE

i BhAS A« BT 9 LI . £ R 4 05 B 2 T PR
4229.0 mIU/mL, 4% P45 [ N B e s piiA . A &
G PEME R BTARBAPE , s B 56w 80 . HIR AR 2 e
AN IE R  NARE LRI 7.5 UL, REARE
SR 13.7 U/L, Bl FR I 133.9 U/L, y-A 2 1%
HRW M 6.7 UL, SRR M 1.6 pmol/L. & Dk R
CLRBAE W 1, 2024457 JIURK: & BRIRE B4, LA
JE . 2024412 J1 18 H & HRE A 7R AN AN K, i 1 &
2542.6 mm, KAZ LY 139.2 mm, [P 8175 255 8T T8 Fik
HAAZ6.9 mm, $E78 : (1) I Fi7RE R 7] (JH R s R A
s PR REZS A7), BRRE N D VIR FR 5 (2) K 5 (3) JHF 3L
B R UL MR A o AR LR A T R R AR LA
HATA R AL Z W (% 2) , S5 e IE R G . &3T
RHE BT LR 2 G 56 S 00 2 6 R A T AR,
B I S R i 2, % B 4 415 B3 M SR I B0 A8
oA BEAR S (3R 3) s I AT — ARSI P 500k, R e
A chr12: 21375289 %5 Jit £ AR A LA B ¥ % i 55 11 5K 0%
A 5i (solute carrier organic anion transporter family
member, SLCO) 1B1 %: [X (SLCO1B1) F H #i ¢.1738C>T
a4 A8 (1) 5 % SLCO1B3 3 [K 28 28 E 47 38 A BilH4iE S
N7 7= ) B B AR U i P K B IE , SLCO B3 JE 1K 5 5 N % F
X IRAFAE R A BeAfi A 2878 LINE-1(& 2) .

FR A B I R 2 Bl B A A S R o, 255
VG2 Wk B FL8s A F . B3 A 40 B ik LA o
e, JCREFE B LA IBIL Fh o 3 AR BRI R] B £T R AP
A BT T L DBl I o R B B e T
FRPUR 9 KA R UL 52 IR B D0 5, JCRH T8 A
BHL, 7T 5 453 493 0 G 1) LA TR AR S 301 . 56 DRG0 % 3

SLCO1B1 M SLCO1B3 Xk H 4l 5 548 , it — 4 S F P T
LGRS g 5 . A, BB TR IR AT Wl 0 ) 2 A
TR 5 RS T 1A T 3L . 211G>A 24 58748, R 0 11 B LA
IBil T+ 5 0 TR A 1Y = BB 2 IfUAE , TBil/TBil U A %
BT 54.47% ~ 57.30% , AT E G WP FLLAGIER I, &
JE PR BE B TR A AR ML R T8 e e.211G>A T BB 7k
RS . BF 95 B WUk S OK D BN,
IRAARRLR A IR D FRL5 B AE 52 38 PR 2852 M I8 3 B i
I HBR A A R G AR, % 08 R SRR ER B AR 1
W LB AL EIZWInT e, 22 - i C BRI Py AR
[P Pt A s 2 11 2 i PRI 2 A8 ] g ke R o R EL At g S
JE AR 2R s B 4 A 40 BB VR R ) 5 | A R 2T 2 7
o B o (FL A RS K R4 g /D St TR AR 1SRy
VAR B, LR WA G AR B AN R e & -IT
SN o JE B - DT T R R HAE A M S IR S
ESSIVRE =N AR LR L IEZY | F Ut

2 itig

PR A — PR o T L s e s, ek
Joa ML L T 12 5 e 60 0 1 X5 37 i A SLCO1BI
SLCO1B3 [AJ i} 5878 , SEU0; T AT 4 i 52 155 A5 HLBA 5
T i5 £ ik (organic anion transporter, OATP) 1B1 f0
OATP1B3 Iy R ok I, 3k 17 5| A2 T M0k 458 R0k 77 B
B BRI, B L AT LA NIRRT I X 22 i ig
Wi Ak A A FRE L 0 D SR A

B HE LA 14 2 95 HL A T LAt B A2 W AR
(1) BIES T2 W G Aok (5L I8 ) 1t 2% 395 B SR R A 1
PR b A TRt K 3 6 A SR O RHAE SR |, 45 min %
B2 SR AL 515 50% ~ 60% , FLE 90 min J5& A H B RURIE
R H T IR £ R S AR LT e = AR P ERIVEH, A
T T AR 56 o (2) B 7 BE 7 DA R Sk A 50 4k /s 25
) CUn ™ Te-HIDA ) it JFFIE (4 0] RLAR Uk /0 | 2 300 JFEDE

R1 BERRBIZHIE
Table 1 Patient’s historical bilirubin data
L R BEi] TBil(wmol/L)  DBil(wmol/L)  IBil(pwmol/L)  DBil/TBil(%)
1 ¥ 2021/09/10 95.01 41.10 53.91 43.26
2 T 2021/12/02 101.90 46.40 55.50 45.53
3 G 2022/07/11 74.70 31.90 42.80 42.70
4 x 2023/07/15 90.40 40.30 50.10 44.58
5 130 JH+5 K 2024/10/23 120.13 61.64 58.49 51.31
6 7538 JH+5 K 2024/12/18 127.88 69.23 58.65 54.14
7 FEIE O 44 K 2024/12/25 119.25 67.36 51.89 56.93
8 PRI 6 JF 4 R 2025/02/06 125.67 65.53 60.14 52.14

H:TBil, SARZLEE ; DBil, HAZARLZ 5 1Bil, [ A0L %
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Table 2 Results of neonatal transcutaneous bilirubin
measurements

B a] (h) TeB(mg/dL) B A (h) TcB(mg/dL)
24 x 0+0 1.2 24 % 3+0 12.0
24 x0+6 5.4 24 X 3+6 11.9
24 x0+12 6.5 24 x3+12 12.1
24 x 0+18 6.1 24 x3+18 12.0
24 X 1+0 8.5 24 X 4+0 11.8
24 X 1+6 9.0 24 x 4+6 11.6
24 X 1+12 10.6 24 x4+12 119
24 x 1+18 9.8 24 x 4+18 12.4
24 X 2+0 9.1 24 x 5+0 11.3
24 X 2+6 10.3 25 x5+6 11.5
24 X 2+12 11.0 25 x5+12 11.2
24 x2+18 10.8 24 x 5+18 —

T:TeB, £ LI

FIEERIEAR S inAKE SN M
17501 —

15001 —

12501 ¥
10004

750

500

250

T AR T 6 6T TAT AT GAGEAETAG S
AATGGTTATATGAGCACTASG G
T B UERE 4 SLCO1B1 NM_006446.5: exon13:c.1738C>T: p.R580%,
Ye B AR H chrl2:21375289C>T, L1485 Sk R 28 AR 5
E1 RIENFLER

Figure 1 Sanger sequencing results
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FER

T : SLCO1B3 HE P 55 PN 3% 1 X IBOR 7 Bedli AR L1 insertion ; e ({4
£ B chr12:21014093-21014094. SLCO1B3, i Bk kA WL & T4 i
ARG 1B3HE
2 BEAEHER N =YIERRETE R B IkE R
Figure 2 Results of agarose gel electrophoresis of PCR
products

LA I S 2 R S S0 T U B B 0 o U e 5
ATRRAR B R 2 S o (3) BRI obk (ZERRRE T AN I o]
figs= OATP1B WA ) HEIEIE A , 24 h BRESOMIR K P T
2~ 548, Horp T BNk 5 S 659% DL M,

UEAF SR, 5 PRGN AR 1) %2 Joe vl ok 0 FE 25 A i 30
WL AR , ST I DR I v 5 A B R4 T
H LKA, A2, DTS B £ 3 e i sk R
B R A MR YT o WS BoR, R SLCOLIBL
SLCO1B3 WA~ %5 37 3 M 78 4 il 2 4 & S BV FELR A A,
AL 1710707 B JE PR B Z A2 # 0, R
20004F 1 H—20254F 1 H &R0 h & SC ik, Bk 2
o B FELE A A I AT LR AG I 2 4k 19 1) 76 v 5
12000, KARAERE M AR 3K ~ 13 % . X E Rk
EAT 1B ST, R R A Ik LR Y (19/19),
Horp 2 i3 A I8k QI SR dp iRy . ok, I EE
7R 84.2% (16/19) Y 8 # DBil/TBil 4 53.1% ~ 93.0%,
3 49 # & DBIl/TBil ik T 50%, 43 5}y 48.4% . 47.9% F0I
19.3%. 84.2%(16/19) 1) f8 35 45 K ¥ 47 I 3 8 75 A £
Horf168.8% (11/16) 1Y 8 35 W M P R UL S 8, 05 5 8 4
591 2 B JIEL 0 BE A R R | JIE 9 BE R AR 25 I D
o R o RS A I [ 75 9 5 8 o R A Y
B 21.1%(4/19) 1 BE AT I TR L8R 2, JHorp 2 i
I8P Z BT, 10.5% (2/19) By (2 47 T A & F1 4
F IR JEIE A FOAR SN 52 5 2 (9 )R A T IR 3SR
WHRASHIN , 149 R0 PREENR IR T (T, 1491 3R 3000 R 3
SN KOS IR, SRR T 7 R 86% , S M
TR E TR BRHEMR LS . BRI G v, R 3L
K 0 A i A0 45 ¢ 63.2% (12/19) By 5 2 4 A 9] s 31
SLCO1B1 H1¢.1738C>T FISLCO1B3 /1 55 4 7 1 X ek
FBE 4R A1 ] B B SLCOIB1 H e, 1738C>T Al
SLCO1B3 Hi4h i F 4 230 1 6] SLCO1B1 4b & T #1
SLCO1B3 4 T4l & 51 1 48] SLCO1B1 1 ¢.757C
>T 5 SLCO1B3 H1f#) ¢.1747+1G>A AHi% , SLCO1B1 H1 {4
¢. 1738C>T Fl SLCO1B3 1 () LINE-1 i A A1 &7, 1 44
SLCOIB1 H1f ¢.757C>T e 1622A>C 22557 ,SLCO1B3
H¢.1747+1G>A  LINE-1 i AZ¢ & 572 1 | SLCO1B1
F1 1 ¢.757C>T il SLCO1B3 1 (1 . 1747+1G>A #1i%E
145 SLCO1B1 H1 ) ¢.1738C>T . . 1622A>C 4l &4 545115 |
A1) 8 AR A A B v K B R R SR
SLCO1B1 FISLCO1B3 &[N J551] , fie 2838 20 JFFIHAZ R A4
ZERISM B L AT, g BRI A S
B ICLE AR B = —8, "2 W B HELE AR . BLAR
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Table 3 Pathogenic or suspected variants associated with clinical information about the subject

FM () e E hgl9 AR S 44 AR A7 RE ACMG 732k PRI
SLCOIB3  chrl2:21014093- NM_019844 — alify o PHEAIE IRL FE LAE (237450,
21014094 intron5 DR)
insLINE-1
SLCOIB1  chrl12:21375289 NM_006446.5 0.004 241 67 aif o BHEAIE IRL FE AT (237450,
C>T exonl3 DR)
¢.1738C>T
p-R580°
UGTIA1  chr2:234669144 NM_000463.3 0.153 8 A BRAHIE KGR AR LS IR i
G>A exonl L5 SE (237900, AD, AR) . % HLA% 1 -
¢.211G>A 94 B R 25 45 AE T AU (218800,
p.G71R AR) (7 B 8- N BUREEAAE T
(606785, AR) . 75 /KA 454
fiF (143500,AR)
NPC2 chr14:74947448 NM_006432.5 exon4 — *=E BYAR e E-Liig C2 51 (607625, AR)

T>C ¢.398A>G p.D133G

DAL

1 ACMG, 6 [H 5 2 8 G 2 5 3L IR 4 224 45 s SLCO B3, I R 2k A AT HILBA B 1% 32 2 1AL 205 B2 1B3 25 (K5 SLCO 1B, ¥ SR AR A ML B 1
s EHF MG 1B LR UCTIAL, JRTF — WL ) M RS A Bl 1A 1 LK s NPC2, JE & -DE TE3 C UM P IH [ 5 iz 26 1 2 BE 0K DR, X3

Fabkis {2 s AD, H B (R AR AL s AR, W Qe IR Rk B %

H R AFAE c.211G>A 22/ R4, AWFFEIEM | p.
GTIR 2245 i % LA 4l A RS A e Bl i 3 KA R L &
AENT AR A DRSS , Tk 35 AR AA R A A R TR O
Kt BRI 30%, BLLLZR & 0 £ 24 A 1 p.GlyT1 Arg
AR AT LK DR B TR T 20 W T T B A% I ME RIS 2
30% ~ 60% ", AT L B R0 LA Bl K s
BT RAARRLE A AE AP FELR AR Ry AR , I 5E
AL B IR AN S IO 15 L SRS A (AR AE , X 5 Z A B
FEEE - b 25 B AR/ B FELE B AR B 0 A Ty 2
— RIS IEAL L R B LR ARSI WA
Shy it G R B T R BB 7, R R — AT B
kI L 2R A DAHERR 7 R AR B AIE

TN B B R 2 S T R 5 B2 W B ) B SRR R
3 3 35 PRSI BH A 2 s ML, T sk SR A DG 25 5 AN R
FNE o G5B A B A OL , KR L2 AR A0 A B A= AL
il %k G /e LI 2 M R 25 R R H 24 10 T 0
Tt e 1 LA 2 40 ) VR S ) R4 T R I 1) S L
914 W R 36 97 B AR AR N AR B o (1) B B OATP1BL/
OATP1B3 #I il 50 X437 26 . OATP1B1 Al OATP1B3
Y EA S EESN, 2 5 KRE R 22 , ar i
KAV A E R A TR 7] 2 50 S5 40
25 A R A 7T 25 25 0 B e R 4 4 B TR i
SLCO1B1 ZZ /A J2 35 5 B 35 1 — R Pk 40l i A 38 55 it 17 71
FNAS BL S CAn L SR e ULV A ) 1 s e R 2R R )
SLCO1B1 5219 T>C J& PA] A5 5 J2 3 A At 7T 4H 5 AL XU
REWAE A T oAb, SLCOIB3 HEH N A& T

LINE-1 4 AT 5 3500 4 T 05 W 355 ¢ 110 4 U™ 2 37
12 B RGO T 251 . R 250 mT A
POH R S, OATPIB I W) 35 5 (Rl 7T BT 46 £
1T EARARTT B EF AT R MTT AP R
FEBNANR MAT 2 A IS CEAZBE e s
M Z VL FE S B BRI = 90 SN-38, U4 ; 400 il 571
MR AR Shi R R RIS G EHER SRR
AE 22 AU AR, R, W18 OATP1B1/OATP1B3 41 11 ]
R 43 2% I PR 25 AT S 2 . (2) sk A (i
PR LT N 8 A R 258 490 S O I il
K25 kA s R TUAR KA R ER ATk ZEOK , Bl
N EA TR Z5 2 (3) B F0L5 A AF 2 I 3
43 OATP1B 1 i 771 K2 Jie 4 Bsf m AR 4 £ 35 1 O 2% 18 T I
M5 R R IR T IR e T e s R B
Il PR 25 Jea 1 v AURS: 2590 , an R P BR GARIT 2 A 4 25 2
SEAAN OATPIBI B IMAH . Bouchghoul 223 HF5¢
KB, TE 32 4% DA IR R 97 1Y 4 O A DR e B
OATP1B3 it 1% 48 S5 1) 2 1 55 55 v AT Il JXUSS: R A1
ARSI AS IR S AR DG o SRTT, 043 25 W {8 I 4 45 R 21
00187 31 SR & = 1 7 T o 1 P B e 229 3
FH I 25 285 4y Bsf ] 8 SEBRAR D 25 A 10 B R AR R i (4) '
UigesZ i B A 2GR B IEBR R — DR, 25 H
TN . Sun 2P L B, R AT R AR R
DI A AL R 755z 8 s b TEe P Thae il
KB HFE b, W2 %] OATPIB 25 H R A K T
35%27 BT T SCHk X OATP1B 4 i 70 K R 497 11 .
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PRI L TR A4 5, 75 22 25 5 58 vh g 2% SEA i 571/
W ESIER S WE R E e, O A WER S
BOFAL 259 %5 OATP1B (306l v . e4mnbotk T i
SN OATPIB A S AH BAE FH 0 — 90 E Wb 69, HoAth oy
TR JEE A 3 b I 25 A R LR R sk T i g
Bl A B 2 L LE A AE R S I R R RIS
H B DG A TR T P 270 20

PHCLE AR B HE TG R4, 24 B R . 1R
2 2 R ZE R W RE 23 5] R EE  (E B SR LY
TR T, — IO 4 TR IR YT o AT L
A JE B AT A RN, 45 RSB EE . B
A AG 28 B 2 FE 25 G AE R L U DG 1) STk, vl i =
RS % AT 22 IMUAE v LA -0 B R ZR 5 IR JR 1)
YRS BRI 0, IS AT R N R R - (1)
2RI T TE ) BRI 352 4% 75 360 5 (2) ik Al 8 1
2591, % F OATP 1B 1/3 $ il 771) K i 4 A G 254 1) FH 4t ]
it I 003 e ARG 5 (3) W B A LR 2T R 8 (4) 7
Je e AR T, T 2 R I R R A 2 2 B AR S B
25| i i AR AT 28 MRE Ak 1 XURS

WA IE R WAL Z AR R , B
S PRSI A A 1) A g e 35 DR R 00 BH 2 FE 27
TIE FR 3 L R 2 08T A A8 5, AT DAtk — A5 W R L R s L
N Rk BRI 100, 5 By B3 AT R s A4 T 2546
o ARG BRI AR B A IR R teF 3 DR G ) 4 7 =X
F-BUIAR  XTBERLZ FRLR 5 8 8 AT 2 R A LA
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K EETT 0 B AR
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