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SPECIFIC COMMENTS TO AUTHORS

I have carefully read the case report. It is about a rare disease with q novel mutation. I
have really enjoyed reading the case report however there are some issues to be touched.
The case report definitely has novelty and it is appropriately summarized. I will make
several article suggestions to enrich the Discussion section. 1.Olivieri C, Pagella F,
Semino L, Lanzarini L, Valacca C, Pilotto A, et al. Analysis of ENG and ACVRL1 genes
in 137 HHT Italian families identifies 76 different mutations (24 novel). Comparison with
other European studies. ] Hum Genet. 2007;52:820-9. 2. Karlsson T, Cherif H. Mutations
in the ENG, ACVRL1, and SMAD4 genes and clinical manifestations of hereditary
haemorrhagic telangiectasia: experience from the Center for Osler's Disease, Uppsala
University Hospital. Ups ] Med Sci. 2018;123:153-7.  3.Bossler AD, Richards J, George C,
Godmilow L, Ganguly A. Novel mutations in ENG and ACVRLI1 identified in a series of
200 individuals undergoing clinical genetic testing for hereditary hemorrhagic
telangiectasia (HHT): correlation of genotype with phenotype. Hum Mutat. 2006,27:667-
75 4.. Letteboer TG, Zewald RA, Kamping EJ, de Haas G, Mager JJ, Snijder R], et al.

Hereditary hemorrhagic telangiectasia: ENG and ALK-1 mutations in Dutch patients.
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Hum Genet. 2005;116:8-16. 5. Lesca G, Burnichon N, Raux G, Tosi M, Pinson S, Marion
M]J, et al. Distribution of ENG and ACVRL1 (ALK1) mutations in French HHT patients.
Hum Mutat. 2006;27:598. 6.Genetic Diagnosis of Hereditary Hemorrhagic
Telangiectasia: Four Novel Pathogenic Variations in Turkish Patients Mehmet Baysal 7.A
Novel Variation in the ACVRL1 Gene in a Patient with Cirrhosis and Hereditary
Hemorrhagic Telangiectasia Mehmet Baysal These are important and pioneer works and

ion my opinion should be cited in the case report.
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