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FAET EREAE, #7210 EG BUC/UBD B3
B, e B E IR YT W R Sk I gatt— 2B oY
BUC/UBD bl & LA 45 .
A5 Bl T BUC/UBD 20 AL (0 B 58 12 45 T
A XL BCEE LTV AR T R DL R AT T 2 ]
A 2 AT TR 22 A B, DTG Sy P 0 I DR
I RYT PRI

EE T AR RN TTIEE CE; TR A5
HBARVEH 5B R N ; - 24 17 5 o 1)

PR A VEE A IR 4 th e
225 Sk

[1] Obaji S, Alikhan R, Rayment R, et al. Unclassified bleeding
disorders: outcome of haemostatic challenges following
tranexamic acid and/or desmopressin (1] Haemophilia,
2016,22(2):285-291.

[2] Zegers SAM, Smit Y, Saes JL, et al. Diagnostic work up of
patients with increased bleeding tendency[ ] ]. Haemophilia,
2020,26(2) :269-277.

[3] Thomas W, Downes K, Evans G, et al. Current practice and
registration patterns among United Kingdom Haemophilia
Centre Doctors’ Organisation centers for patients with
unclassified bleeding disorders [J]. T Thromb Haemost,
2021,19(11):2738-2743.

[4] Veen CSB, Huisman EJ, Cnossen MH, et al. Evaluation of
thromboelastometry, thrombin generation and plasma clot
lysis time in patients with bleeding of unknown cause: A
prospective cohort study [ J]. Haemophilia, 2020, 26 (3) :
el06-el15.

[5] Gebhart J, Hofer S, Panzer S, et al. High proportion of
patients with bleeding of unknown cause in persons with a
mild - to- moderate bleeding tendency: Results from the
Vienna Bleeding Biobank (VIBB)[J]. Haemophilia, 2018,
24(3):405-413.

[6] Veen CSB, Huisman EJ, Romano LGR, et al. Outcome of
surgical interventions and deliveries in patients with bleeding
of unknown cause: An observational study [J]. Thromb
Haemost,2021,121(11):1409-1416.

[7] Thomas W, Downes K, Desborough MJR. Bleeding of
unknown cause and unclassified bleeding disorders;
diagnosis, pathophysiology and management [J]. Haemo-
philia, 2020,26(6) : 946-957.

[8] Relke N, Kuthiala S, Grabell J, et al. The bleeding score:
Useful in predicting spontaneous bleeding events in adults
with bleeding of unknown cause? (7. Haemophilia, 2020,
26(2):e31-e33.

[9] Rodeghiero F, Tosetto A, Abshire T, et al. ISTH/SSC bleeding
assessment tool : a standardized questionnaire and a proposal
for a new bleeding score for inherited bleeding disorders [1].
J Thromb Haemost,2010,8(9) :2063-2065.

[10] Rydz N, James PD. The evolution and value of bleeding
assessment tools[J]. J Thromb Haemost, 2012, 10(11) :
2223-2229.

[11] Baker RI, O’donnell JS. How I treat bleeding disorder of
unknown cause[J ]. Blood,2021,138(19):1795-1804.



I 5 (k12 2024 4557 30 #5255 2 ] Chinese Journal of Thrombosis and Hemostasis 2024 Vol 30 No 2 +87 -

[12]

[13]

[14]

[15]

[16]

[17]

[18]

[19]

[20]

[21]

[22]

[23]

Rodeghiero I, Pabinger I, Ragni M, et al. Fundamentals
for a systematic approach to mild and moderate inherited
bleeding disorders : An EHA consensus report [J].
Hemasphere, 2019, 3(4):e286.

Blanchette VS, Key NS, Ljung LR, et al. Definitions in
hemophilia: communication from the SSC of the ISTH[J].
J Thromb Haemost,2014,12(11):1935-1939.

Mehic D, Hofer S, Jungbauer C, et al. Association of ABO
blood group with bleeding severity in patients with bleeding
of unknown cause [J]. Blood Adv, 2020, 4 (20) : 5157 -
5164.

Troisi R, Balasco N, Autiero I, et al. New insight into the
traditional model of the coagulation cascade and its
regulation:illustrated review of a three-dimensional
view [J]. Res Pract Thromb Haemost, 2023, 7 (6) :
102160.

Freson K, Turro E. High-throughput sequencing approaches
for diagnosing hereditary bleeding and platelet disorders[J].
J Thromb Haemost,2017,15(7) :1262-1272.

Tripodi A. Thrombin generation assay and its application
in the clinical laboratory [J]. Clin Chem, 2016, 62(5) :
699-707.

Whiting D, Dinardo JA.TEG and ROTEM: technology
and clinical applications[J]. Am ] Hematol, 2014, 89
(2):228-232.

Da Luz LT, Nascimento B, Shankarakutty AK, et al.
Effect of thromboelastography (TEG®) and rotational
thromboelastometry (ROTEM®) on diagnosis of coagulopathy,
transfusion guidance and mortality in trauma: descriptive
systematic review [ J ]. Critical Care (London, England) s
2014,18(5):518.

Subramanian M, Kaplan LJ , Cannon JW. Thromboelastography
-guided resuscitation of the trauma patient[J ]. JAMA Surg,
2019,154(12):1152-1153.

Hofer S, Ay C, Rejté J, et al. Thrombin-generating potential ,
plasma clot formation, and clot lysis are impaired in
patients with bleeding of unknown cause [J]. J Thromb
Haemost,2019,17(9) : 1478-1488.

Schulman S, El-Darzi E, Florido MH, et al. A coagulation
defect arising from heterozygous premature termination of
tissue factor[ J 1. J Clin Invest, 2020, 130(10) : 5302-5312.
Diamandis M, Paterson AD, Rommens JM, et al. Quebec
platelet disorder is linked to the urokinase plasminogen
activator gene (PLAU) and increases expression of the

linked allele in megakaryocytes [J]. Blood, 2009, 113

[24]

[25]

[26]

[27]

[28]

[29]

[30]

[31]

[32]

[33]

[34]

[35]

(7):1543-1546.

Mehic D, Pabinger I, Ay C, et al. Fibrinolysis and bleeding
of unknown cause[ ] ]. Res Pract Thromb Haemost, 2021,
5(4):e12511.

Saes JL, Schols SEM, Van Heerde WL, et al. Hemorrhagic
disorders of fibrinolysis: a clinical review [J]. J Thromb
Haemost,2018.

Kordich L, Feldman L, Porterie P, et al. Severe hemorrhagic
tendency in heterozygous alpha 2-antiplasmin deficiency[J].
Thromb Res, 1985,40(5) :645-651.

Loghmani H, Conway EM. Exploring traditional and
nontraditional roles for thrombomodulin[ J ]. Blood, 2018,
132(2):148-158.

Kokame K, Zheng X, Sadler JE. Activation of thrombin-
activable fibrinolysis inhibitor requires epidermal growth
factor-like domain 3 of thrombomodulin and is inhibited
competitively by protein C [J]. ] Biol Chem, 1998, 273
(20):12135-12139.

Lohi O, Urban S, Freeman M. Diverse substrate recognition
mechanisms for thomboids; thrombomodulin is cleaved
by Mammalian rhomboids [J]. Curr Biol, CB, 2004, 14
(3):236-241.

Dargaud Y, Scoazec JY , Wielders SJ, et al. Characterization
of an autosomal dominant bleeding disorder caused by a
thrombomodulin mutation[ J ]. Blood,2015, 125(9) : 1497
-1501.

Morrow GB, Beavis J, Harper S, et al. Characterisation of
a novel thrombomodulin c. 1487delC, p. (Pro496Argfs*
10) variant and evaluation of therapeutic strategies to
manage the rare bleeding phenotype [J]. Thromb Res,
2021,197:100-108.

Westbury SK, Whyte CS, Stephens J, et al. A new pedigree
with thrombomodulin - associated coagulopathy in which
delayed fibrinolysis is partially attenuated by co-inherited
TAFI deficiency [J]. J Thromb Haemost, 2020, 18(9) :
2209-2214.

Okada M, Tominaga N, Honda G, et al. A case of
thrombomodulin mutation causing defective thrombin
binding with absence of protein C and TAFI activation
[J]. Blood Adv,2020,4(12):2631-2639.

Osada M, Maruyama K, Kokame K, et al. A novel homozygous
variant of the thrombomodulin gene causes a hereditary
bleeding disorder [J]. Blood Adv,2021,5(19) : 3830-
3838.

Bos MH, Camire RM. A bipartite autoinhibitory region



- 88 -

[36]

[37]

[38]

[39]

IMAE 5 1k 127 2024 4255 30 4555 2 8 Chinese Journal of Thrombosis and Hemostasis 2024 Vol 30 No 2

within the B-domain suppresses function in factor VIl
J Biol Chem,2012,287(31):26342-26351.

Kuang SQ, Hasham S, Phillips MD, et al. Characterization
of a novel autosomal dominant bleeding disorder in a large
kindred from east Texas[J]. Blood, 2001, 97 (6) : 1549-
1554.

Vincent LM, Tran S, Livaja R, et al. Coagulation factor V
(A2440G) causes east Texas bleeding disorder via TFPI-
alphal J]. J Clin Invest,2013,123(9):3777-3787.
Cunha ML, Bakhtiari K, Peter J, et al. A novel mutation
in the F5 gene (factor V Amsterdam ) associated with bleeding
independent of factor V procoagulant function [J]. Blood,
2015,125(11) :1822-1825.

Zimowski KL, Petrillo T, Ho MD, et al. F5 - Atlanta: A
novel mutation in F5 associated with enhanced East
Texas splicing and FV - short production [J]. J Thromb
Haemost,2021,19(7) :1653-1665.

[40]

[41]

[42]

[43]

[44]

Hua B, Fan L, Liang Y, et al. Alphal-antitrypsin
Pittsburgh in a family with bleeding tendency[J].
Haematologica,2009, 94(6):881-884.
Vidaud D, Emmerich J, Alhenc-Gelas M, et al. Met 358 to
Arg mutation of alpha 1-antitrypsin associated with protein
C deficiency in a patient with mild bleeding tendency[J].
J Clin Invest, 1992,89(5) : 1537-1543.
Henneuse A, Suchon P, Chambost H, et al. Alpha (1 ) -
antitrypsin Pittsburgh and plasmin-mediated proteolysis
[J].J Thromb Haemost,2016,14(10) :2023-2026.
Suzuki J, Umeda M, Sims PJ, et al. Calcium-dependent
phospholipid scrambling by TMEM16F[ ] ]. Nature, 2010,
468(7325) :834-838.
Hayward CPM, Rivard GE. Quebec platelet disorder [ J 1.
Expert Rev Hematol ,2011,4(2):137-141.
(Wicks H 491:2024-02-01)
(AR Gl - BRI 058 s AR SO A« 20



