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CASE REPORT

Neonatal Onset Type 2B von Willebrand Disease due to
p.Argl306Trp Variant: a Case Report and a Literature Review

Hee Yoon Choi !, Kyung Sun Park 2, Yong Sung Choi !, Hoi Soo Yoon !

! Department of Pediatrics, Kyung Hee University Medical Center, Seoul, Republic of Korea
2 Department of Laboratory Medicine, Kyung Hee University College of Medicine, Kyung Hee University Medical Center, Seoul, Republic of Korea

SUMMARY

Background: Type 2B von Willebrand disease (VWD) is a less common subtype and is difficult to diagnose. This
case report and literature review highlights a rare neonatal onset of type 2B VWD initially misdiagnosed as neo-
natal alloimmune thrombocytopenia (NAIT).

Methods: The neonate presented with severe thrombocytopenia and was unresponsive to NAIT treatments. Genet-
ic testing was conducted because of the unclear family history of thrombocytopenia.

Results: Next-generation sequencing revealed a p.Arg1306Trp von Willebrand factor variant, confirming type 2B
VWD.

Conclusions: This study underscores the critical role of genetic testing in diagnosing challenging cases of neonatal
thrombocytopenia, irrespective of family history, and aims to elucidate the clinical manifestations and course of
neonatal onset type 2B VWD.
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Supplementary Data

Hee Yoon Choi et al.

Table S1. Published cases of neonates diagnosed with type 2B von Willebrand disease by Next-Generation Sequencing.
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NGS - Next-generation sequencing, VWF - von Willebrand factor, Rco - ristocetin cofactor, Ag - antigen, FVIII - factor VIII, HMW - high molecular weight, RIPA
- ristocetin-induced platelet aggregation, ND - not done, VWD - von Willebrand disease, ITP - immune thrombocytopenia, 1VIG - intravenous immunoglobulin,
Het - heterogeneous, Hom - homogeneous, Ref - references. 2 - Age/gender, clinical manifestations, and platelet counts were documented at the time of admission.
b - The patient has a family history of bleeding, although its underlying etiology remains undetermined. © - It is not mentioned whether it is heterozygous or homo-

zygous.
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