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Abstract

Objective: To report a case of hereditary dysfibrinogenemia presenting with spontaneous intracer-
ebral hemorrhage as the initial manifestation, in order to improve clinical awareness of the rare
severe phenotype of this disease. Methods: The clinical data, dynamic changes in coagulation func-
tion, genetic testing results, and pedigree investigation of a 49-year-old female patient were retro-
spectively analyzed. Results: The patient presented with sudden disturbance of consciousness. Cra-
nial CT revealed a huge hematoma in the left basal ganglia, and emergency craniotomy with hema-
toma evacuation was performed. Coagulation tests showed that fibrinogen activity was below the
lower limit of detection, fibrinogen antigen was 4.93 g/L, and thrombin time was prolonged. Genetic
testing revealed a heterozygous mutation of c.104G>A (p.R35H) in the FGA gene, which was classi-
fied as pathogenic according to ACMG criteria. Pedigree investigation showed that her daughter had
a fibrinogen level of 0.43 g/L but remained asymptomatic. After perioperative fibrinogen replace-
ment and comprehensive treatment, the patient improved and was discharged, with no rebleeding
during 3 months of follow-up. Conclusion: Hereditary dysfibrinogenemia may remain asympto-
matic for a long time but can lead to severe spontaneous intracerebral hemorrhage when triggered
by hypertension or other predisposing factors. For patients with hemorrhage severity dispropor-
tionate to risk factors, fibrinogen activity/antigen ratio testing and genetic screening should be per-
formed promptly to establish a definite diagnosis.
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Figure 1. Pre- and post-surgery imaging of the patient’s head. (a) Pre-surgery; (b) Post-surgery follow-up
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Table 1. Changes in the clotting function test results of patients
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i B PT (s) APTT (s) FIB (g/L) TT (s)
2025 4E 11 H 9 H 14.4 25.8 39
2025411 H 11 H 12.5 26 0.96 235
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Figure 2. Genetic pedigree diagram of hereditary fibrinogen deficiency in a patient’s family
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Table 2. Results of coagulation function tests for patients’ children

F 2. BETLWRMINGERNEER

M H ERID PT (s) APTT (s) FIB (g/L) TT ()
B ILT 14 10.8 29.3 2.08 19.2
BELIL 8 13.2 31.6 0.43 34.7
S%H 9.8~12.1 20~40 2~4 14~21
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