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7q11.23 1.4-1.6Mb
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1 4.2Mb
14 48.8 4.2Mb
HSPB1

WI i ans syndrone (V) i s a genomic di sorder caused by a heni zygous
del eti on of contiguous genes on chronosone 7q1l. 23. V& clinical |y shows cardi ovascul ar
abnornal ities, typical facial features, and cognitive dysfunction. Mst patients wth
V6 have sinilar deletions of approxinmately 1.4 to 1.6Mb at V& region, however a few
exceptional cases wth larger del etions have been reported. The ai mof this study was
toinvestigatetheind vidual contributionof genesto V&specific neurocognitiveprofile
by genot ype- phenot ype correl ati ons anal ysis. An array conpar at i ve genomic hybri di zati on
(array Q3) analysis revealed that one patient had a three tines | arger deletion (4.2
Mb) than the typical deletion at Wb region. The devel opnental quotient of the patients
wththe 4.2 M deletion was significantly lower (DQ 14) than those wth the typical
del etions (nean: 48.8). Deleted genes in the 4.2 Mb del eti on incl ude ASBI codi ng Heat
Shock Protei n 27. Severe devel opnent al del ay observed inthe presently reported pati ent
m ght be part |y account ed f or by a heni zygous del eti on of HBIinthat H5BI hel ps pr ot ect
neural cel | sunder vari ous adver se condi ti ons. Array GHanal ysi s for detection of del et ed

genes may allowus to further estimate the severity of phenotype.
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NSUN5  NOL1/NOP2/5un domain family, member 5

TRIM50  Tripartite motifcontaining protein 50

FKBPE FKE06-binding proten 6

F7D9 Frizzled, Drosophila, homolog of,9

BAZ1E Bromodomair adjacent to zinc finger domain, 1B

BCLTE B-cell CLLlymphoma 78

8L2 Transducin-beta-ike 2

MLXIPL  MLXinteracting protein ke

VP337D  Vacuolar protein sorting 37, yeast, homalog of, D

STX1A Syntaxn 1A, brain

Willams-Beuren syndrome chromosome region 26

CLON3  Claudin-3 {Clostridium perfringens enterotoxin receptor )

CLDN4  Claudin 4

WBSCR27 Williams-Beuren syndrome chromosome region 27

WBSCR23 Willams-Beuren syndrome chromosome region 28

ELN Elastin
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LIMKT LIM domain kinase 1
EIF4H Eukaryofic translation initiation factor 4H
LAT2 Linker for activation of T cells family, member 2

RFC2 Reglication fastor G2, 40kD (astivator 1, 40kD)
48 . 8 cLP2 CAP-GLY domain-containing Inker protein 2
GTF2IRD! GTF21 repeat doman-containing protein 1

v GTF2 General transeription factor|I-| (BTK-associated protein, 135kD)

16.3 4.2Mb NCF1_ Neutrophi cylosolc ‘aclor-1, 47kD
. . TRIM73  Tripartite motit.containing protein 73

KELR KB

HIP1 Hurtingtin interacting protein-1
cCL24 Chemoking, C-C motif, igand 24
14 POR Cytochrome P45) oxiderecuctase

MDH2 Malate dehydrogenase, mitochondrial
HSPB1 Heat-shock 27KD protein-1
YWHAG  Tyrosine 3:monooxygenaseftryptophan 5-monooxygenase activation protein, gammaisoform
SRCRB4D  Proteinwith 4 group B scavenger receplor cysteine-rich domairs

Zona pellucida glycopratein-3 (sperm receptor)
DTX2 Defiex, Drosophila, homolog of, 2
DTX2  Deliex,Drosophila, homolog of, 2

UPK3B  Uroplakin 38

v POMZP3  POM121/ZP3 fusion protein
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