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AHDC1 Xia—Gibbs syndrome

ANKRD1 1 KBG syndrome

CDK13 Congenital heart defects, dysmorphic facial features, and
intellectual developmental disorder

CTNNB1 Neurodevelopmental disorder with spastic diplegia and visual
defects

DYRK1 Intellectual developmental disorder, autosomal dominant 7

EBF3 Hypotonia, ataxia, and delayed development syndrome

EFTUD2 Mandibulofacial dysostosis, Guion—Almeida type

EHNT 1 Kleefstra syndrome 1

HNRNPHZ Intellectual developmental disorder, X-linked syndromic, Bain type

HNRNPK Au-Kline syndrome or Okamoto syndrome

HUWE1 Intellectual developmental disorder, X-linked syndromic, Turner
type

1QSEC2 Intellectual developmental disorder, X-linked

MED13L Impaired intellectual development and distinctive facial features
with or without cardiac defects

PACS 1 Schuurs—Hoei jmakers syndrome

SATBZ2 Glass syndrome

SON ZTTK syndrome

SPAST Spastic paraplegia 4, autosomal dominant

SYNGAPI Intellectual developmental disorder, autosomal dominant 5

TBLI1XRI Pierpont syndrome

TRIO Intellectual developmental disorder, autosomal dominant 44, with

microcephaly and Intellectual developmental disorder, autosomal
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dominant 63, with macrocephaly

K W A T X AHDCI, ANKRDI1, CDK13, CTNNBI, DYRK1A, EBF3, EFTUDZ, EHMTI, HVRNPHZ,
HNRNPK, HUWE1, IQSEC2, MED13L, PACS1, SATBZ, SON, SPAST, SYNGAPI, TBL1XRI, TRIO Y&ir ¥
B Ry a— RERT 7 VL OO AT T A AN E 2 RS — 7 =
— AT L., BT ENT LB 0. 1%LL T OF 72— H @ L U » Kok
IZOWTHET %, EY — FRRIR S — 7 o —DF — % O RNLE R EA1E,
Yo H—ECLDX X ET V== o —TOMWTEIT 5, 7o B KRB - FAZE
D2 E—HE KB 7 ) SEEEICE LTI @R E CORHBEHY — RO
W — 5 o —TIERE R 72D, MERE L2, T YA 71220 TN
V7o ha—7—THRIHTEELDOIZE L CIEET 28, NU T ha—J7—Tlrill
TERDPSTEH DI L TEHE L, 72k ERUEIRUS O FRLfERIc >V T B R
FENRY T SR B o TG E IR ET 5,

IR T4 position(hg38) HGVS. ¢

AHDCI chrl:27552896 c. =79C>G (NM_001029882. 3)

AHDCI chr1:27552905 c. —88C>T (NM_001029882. 3)

CTNNBI chr3:41240375-41240376 c. *%1033dupT (\M_001904. 4)

HNRNPK chr9:83970832 c. 1109-13T>C (NM_002140. 5)

HNRNPK chr9:83975540 c. 214-35A>G (N\M_002140. 5)

1QSEC2 chrX:53248700 c. 2459+21C>T (NM_001111125. 3)

SPAST chr2:32154498 c. *2G>T (NM_014946. 4)

SPAST chr2:32137206 c. 1493+18G>T (NM_014946. 4)
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F AR B O RSO R E L RIS 5, JRAIME DA DZ T AN E T 5
B, RLEHLVGAITRE SN DNA b2 AND, ZO%AIXE~x OFEFIZLY
T2 H0 L35,
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(5)
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T HERT A,

BAIRDERRAE S
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(B e fRIEL M58 EDTA-2K (F 7213 Na) HHER7)

BIEOERE
% ol P EZ5m+ 5.,
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(11) REKEERCRED 7~V OFEEHEH

FRIRREAT 7~ ITEA L 1D 70 & QNSRS BEA 1D 2 5tk 7 5.
MRARIEHE L, YRESEEORX AT 5, EREHEIEE 2L TITRT,
- B4k 1D

- WETOMRAEHE (RE4A, BAo— FES. BRI

- [EREEE AT
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(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREB/HHE
7L

(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT B FiAsE (O B FRA=)
T292-0818 T AR H M2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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