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Ver 3
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Xia-Gibbs syndrome AHDC1
KBG syndrome ANKRD11
Congenital heart defects, dysmorphic facial features, and intellectual CDK13
developmental disorder
Neurodevelopmental disorder with spastic diplegia and visual defects CTNNB1
Intellectual developmental disorder, autosomal dominant 7 DYRK1
Hypotonia, ataxia, and delayed development syndrome EBF3
Mandibulofacial dysostosis, Guion-Almeida type EFTUD2
Kleefstra syndrome 1 EHMT1
Intellectual developmental disorder, X-linked syndromic, Bain type HNRNPH2
Au-Kline syndrome or Okamoto syndrome HNRNPK
Intellectual developmental disorder, X-linked syndromic, Turner type HUWE1T
Intellectual developmental disorder, X-linked IQSEC2
Impaired intellectual development and distinctive facial features with or without
cardiac defects MEDTS
Schuurs-Hoeijmakers syndrome PACS1
Glass syndrome SATB2
ZTTK syndrome SON
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KEA FRREEF
Spastic paraplegia 4, autosomal dominant SPAST
Intellectual developmental disorder, autosomal dominant 5 SYNGAP1
Pierpont syndrome TBL1XR1

Intellectual developmental disorder, autosomal dominant 44, with microcephaly
and Intellectual developmental disorder, autosomal dominant 63, with TRIO

macrocephaly
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AHDC1, ANKRD11, CDK13, CTNNB1, DYRK1A, EBF3, EFTUD2, EHMT1, HNRNPH2, HNRNPK,
HUWET, IQSEC2, MED13L, PACS1, SATB2, SON, SPAST, SYNGAP1, TBL1XR1, TRIO
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T292-0818 FERAERMNY SHE2T H5-23
https://www.kazusa.or.jp/genetest/index.html

E-mail: onjk@kazusa.or.jp
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