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Abstract

Childhood thrombocytopenia includes idiopathic thrombocytopenic purpura (ITP) as well as congenital thrombocytopenia caused by
genetic mutations. We have to exclude congenital thrombocytopenia in patients with chronic and refractory ITP. To realize definite diag-
nosis of congenital thrombocytopenia with small or normal-sized platelets, accurate and clinically applicable methods for genetic diagno-
sis are required.

Recent advances revealed new disease entities and genetic backgrounds of the diseases. In this paper, we focused on the clinical mani-
festation, pathogenesis and diagnosis of congenital thrombocytopenia with small or normal-sized platelets. Thrombocytopenia with small
platelets includes Wiskott-Aldrich syndrome and X-linked thrombocytopenia caused by mutations in WASP and the newly identified
molecule, WIP. Congenital thrombocytopenia with normal-sized platelets includes six well-characterized diseases: i.e. congenital amega-
karyocytic thrombocytopenia, congenital thrombocytopenia with radio-ulnar synostosis, thrombocytopenia with absent radii, familial
platelet disorder with predisposition to acute myelogeneous leukemia, autosomal dominant thrombocytopenia, and cytochrome C
mutation.

This article is clinically applicable for making differential diagnosis of congenital thrombocytopenia with small or normal-sized plate-
lets, and the choice of appropriate therapy in patients with chronic and refractory ITP.
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Normal individual
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7 isotype-matched control
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Counts

100 107 102 103 104
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karyocytic thrombocytopenia: CAMT) 1%
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3) BEREEMHD M/IMRBAME (Thrombocytopenia with
absent radii: TAR fE{ZEEE)
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morphism (SNP) O 5 H D 1 DO GHEIAIC L » Th| &
X NB. SIEFIO S BSUREGIZ, 7 ) VI RBMSA
&L 1211 O BN RE DR B R, il o245 Flic ik
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5) BLEAEEEEEN/IMRBVE (Autosomal
dominant thrombocytopenia, thrombocytopenia 2:
THC2)1519
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M# TPOfEIX LA LT3, oo ZAE~0B

THEASVONEEWTH S, 7EN—v 2HHED

ANKRD26 (Ankyrin repeat domain-containing protein 26) &
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6) FhoO—LcEEE (Cytochrome ¢ mutation)'”
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2, MVMREAR EFRC IO R EE X s, i)

WHMIIEHE THSH. Tpls2Ica—FRENAHI ha v Y

7D CYCSEIZTE (G41S) DRIESh Tk Y, B
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