
 

References  
1. Ayoub MD, Kamath BM. Alagille syndrome: diagnostic challenges and advances in 

management. Diagnostics (Basel) 2020;10:907.  
2. Gilbert MA, Bauer RC, Rajagopalan R, Grochowski CM, Chao G, McEldrew D, et al. 

Alagille syndrome mutation update: comprehensive overview of JAG1 and NOTCH2 
mutation frequencies and insight into missense variant classification. Hum Mutat 
2019;40:2197-220.  

3. SuchyFJ,SokolRJ,BalistreriWF,editors.Liverdiseaseinchildren.3rded.Cambridge:Cam
bridge University Press; 2007.  

4. Leonard LD, Chao G, Baker A, Loomes K, Spinner NB. Clinical utility gene card for: 
Alagille syndrome (ALGS). Eur J Hum Genet 2014;22:435.  

5. MenonJ,ShanmugamN,VijM,RammohanA,RelaM.MultidisciplinarymanagementofAl
agille syndrome. J Multidiscip Healthc 2022;15:353-64.  

6. Mitchell E, Gilbert M, Loomes KM. Alagille syndrome. Clin Liver Dis 2018;22:625-
41.  

7. TurnpennyPD,EllardS.Alagillesyndrome:pathogenesis,diagnosisandmanagement.EurJ
Hum Genet 2012;20:251-7.  

8. VandrielSM,LiLT,SheH,WangJS,GilbertMA,JankowskaI,etal.Naturalhistoryofliverdis
ease in a large international cohort of children with Alagille syndrome: results from the 
GALA study. Hepatology 2023;77:512-29.  

9. Zhou SY, Zhan X, Li SY. Prompt distinction of Alagille syndrome and biliary atresia 
in infants: a comparative study. BMC Pediatr 2025;25:543.  

10. Vázquez-Frias R, Varela-Fascinetto G, Acosta-Rodríguez-Bueno CP, Consuelo A, 
Carrillo A, Reyes-Apodaca M, et al. A retrospective study of clinical and genetic 
features in a long-term cohort of Mexican children with Alagille syndrome. Int J Mol 
Sci 2025;26:7626. 

11. Lee HP, Kang B, Choi SY, Lee S, Lee SK, Choe YH. Outcome of Alagille syndrome 
patients who had previously received Kasai operation during infancy: a single center 
study. Pediatr Gastroenterol Hepatol Nutr 2015;18:175-83. 

12. Pujiarto PS, Smith AL. Alagille syndrome: review of 14 patients. Paediatr Indones 
2001;41:47-55.  

13. Semenova N, Kamenets E, Annenkova E, Marakhonov A, Gusarova E, Demina N, et 
al. Clinical characterization of Alagille syndrome in patients with cholestatic liver 
disease. Int J Mol Sci 2023;24:11758. 

14. Emerick KM, Rand EB, Goldmuntz E, Krantz ID, Spinner NB, Piccoli DA. Features 
of Alagille syndrome in 92 patients: frequency and relation to prognosis. Hepatology 
1999;29:822-9.  

15. Purnamawati SP, Sander T. Permasalahan diagnostik sindrom Alagille. Sari Pediatri 
2000;2:132-8.  

16. Widowati T, Nurputra DK, Ulhaq ZS. Alagille syndrome with heterozygous JAG1 
c.224T>C variant: a case report and literature review. Egypt Liver J 2026;16:1.  

17. Fawaz R, Baumann U, Ekong U, Fischler B, Hadzic N, Mack CL, et al. Guideline for 
the evaluation of cholestatic jaundice in infants: joint recommendations of the North 
American Society for Pediatric Gastroenterology, Hepatology, and Nutrition and the 
European Society for Pediatric Gastroenterology, Hepatology, and Nutrition. J Pediatr 
Gastroenterol Nutr 2017;64:154-68.  

Tantangan Diagnosis, Manifestasi Klinis, dan Luaran Alagille Syndrome pada Anak: Studi
Retrospektif
Tika Vandasari Prasetyo Putri, Dr. dr. Titis Widowati, Sp.A(K); dr. Dian K. Nurputra, M.Sc, Ph.D, Sp.A(K)
Universitas Gadjah Mada, 2026 | Diunduh dari http://etd.repository.ugm.ac.id/



18. Rendón-Macías ME, Castañeda-Muciño G, Ramírez-Mayans J, García-Muñoz E, 
Villasis-Keever MA. Elevated gamma-glutamyl transpeptidase levels as a predictive 
marker for biliary atresia in neonatal cholestasis. Acta Paediatr 2008;97:1455-9.  

19. Humphrey TM, Stringer MD. Biliary atresia: US diagnosis. Radiology 2007;244:845-
51. 

20. Gong Z, Lin L, Lu G, Wan C. Development and validation of a model for early 
diagnosis of biliary atresia. BMC Pediatr 2023;23:549. 

21. Cheng K, Rosenthal P. Diagnosis and management of Alagille and progressive familial 
intrahepatic cholestasis. Hepatol Commun 2023;7:e0314. 

22. Pusponegoro HD, Herini ES, Mangunatmadja I, Triono A, editors. Konsensus 
diagnosis dan penatalaksanaan infeksi Toksoplasma dan CMV kongenital. Jakarta: 
Ikatan Dokter Anak Indonesia; 2019. 

23. Expert Panel on Integrated Guidelines for Cardiovascular Health and Risk Reduction 
in Children and Adolescents: summary report. Pediatrics 2011;128 Suppl 5:S213-56. 

24. Suryawan IWB, Yati NP, Batubara JRL, editors. Panduan praktik klinis: vitamin D. 
Jakarta: Badan Penerbit Ikatan Dokter Anak Indonesia; 2018. 

25. Gounden V, Vashisht R, Jialal I. Hypoalbuminemia. Treasure Island (FL): StatPearls 
Publishing; 2023. 

26. Squires RH, Alonso EM, Ibrahim SH, et al. North American Society for Pediatric  
Gastroenterology, Hepatology, and Nutrition position paper on the diagnosis and 
management of pediatric acute liver failure. J Pediatr Gastroenterol Nutr 2022. 

27. Lanzkowsky P, Lipton JM, Fish JD, editors. Lanzkowsky’s manual of pediatric 
hematology and oncology. 7th ed. London: Academic Press; 2022. 

28. World Health Organization. WHO child growth standards. Geneva: World Health 
Organization; 2006. 

29. da Palma MM, Igelman AD, Ku C, Burr A, You JY, Place EM, et al. Characterization 
of the spectrum of ophthalmic changes in patients with Alagille syndrome. Invest 
Ophthalmol Vis Sci 2021;62:27. 

30. Murati Calderón RA, Menéndez Sepúlveda JA, Izquierdo N. Ocular findings in siblings 
with Alagille syndrome: a report of two cases. Cureus 2025;17:e95312. 

31. Kong F, Dong R, Chen G, Sun S, Yang Y, Jiang J, et al. Progress in biomarkers related 
to biliary atresia. J Clin Transl Hepatol 2024;12:305-15. 

32. Swed-Tobia R, Kassis I, Weiss K, Tal G, Shaoul R, Falik-Zaccai TC, et al. Concomitant 
congenital CMV infection and inherited liver diseases. Eur J Med Genet 
2021;64:104249.  

33. 33.Huysentruyt K, Vandriel SM, Roelants M, Piccoli DA, Loomes KM, Rand EB, et 
al. Condition- specific growth charts for children with Alagille syndrome. JAMA Netw 
Open 2025;8:e2545294.  

 

Tantangan Diagnosis, Manifestasi Klinis, dan Luaran Alagille Syndrome pada Anak: Studi
Retrospektif
Tika Vandasari Prasetyo Putri, Dr. dr. Titis Widowati, Sp.A(K); dr. Dian K. Nurputra, M.Sc, Ph.D, Sp.A(K)
Universitas Gadjah Mada, 2026 | Diunduh dari http://etd.repository.ugm.ac.id/


