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Biochemical examination results Reference range
Alanine aminotransferase (ALT), U/L 1741 4-33
Aspartate aminotransferase (AST), U/L 1951 4-32
Total bilirubin (TBIL), pmol/L 106.01 3.4-20.5
Direct bilirubin (DBIL), pmol/L 78.301 0.00-6.84
v-Glutamyl transpeptidase (GGT), U/L 24 6-42
Albumin (Alb), g/L 32.7] 38-54
Globulin, g/L 17.3] 20-35
Pre-albumin, mg/L 129 200-400
Total bile acid, pmol/L 29 1.0-10.0
Prothrombin time (PT), s 15.37 11.5-14.0
Prothrombin activity(PTA), % 74.0] 75.0-125.0
International normalized ratio (INR) 1.257 0.80-1.20
Fibrinogen (Fbg), g/L 2.13 1.70-4.10
Activated partial thromboplastin time (APTT), s 45.8 36.0-49.0
Thrombin time (TT), s 17.4 14.0-19.0
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Figure 1 The aminotransferase and bilirubin changes of the patient during the treatment
After admission we had four biochemical tests for the patient. From the plots above, we can see a
decrease of ALT, AST, TBIL and DBIL, which suggest an improvement of the liver function.
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Figure 2 Sequence analysis of exons of the HSD3B7 gene of the patient.

Two identified mutations were ¢.503G>A

(p.Trp168Ter) in exon 5 and

¢.683G>A (p.Arg228GIn) mutation in exon 6. The patient inherited the
aforementioned two mutations from her parents as the compound heterozygote.

The nucleotide exchange and insertion are

marked by arrows.
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« F1k4ER1A, FFX4cm, AFRE: TB 206. 3. DB
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- B¥, 2012-4-21H4
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2, BERRAREE(250mg/d). ERIBREFIFKIET
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o FURY K AMREYSST: B IINE(375mg/d)+E H H BB+ A P H kA
2014-2-11: TB200.9, DB 163.6, ALT 28, AST 58, ALB 36.2,
GGT 18, TBA 157.7; HIMIHEEIEH

2014-2-20: TB 184.6, DB 153.3, ALT 19, AST 48, ALB 33.7,
GGT 15, TBA 236.6; #tIMThEEIER
H R fE i B 3 inE =500mg/d (Wt 12kg) , InFHSEE % 8mg/d
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