SIS SN T S G-I S A
JOURNAL OF PEKING UNIVERSITY (HEALTH SCIENCES)  Vol.49 No.5 Oct. 2017 - 899 -

- B2 XE/ F L IH ) - T -

Williams-Beuren £3 & 40915 TS Bz ot i 5245 5
2 Bl e

ERTS AP U I 3
(1. dbsikepss—EEpe LRE, dbst 1000345 2. FribyBe b B e e JLRE, 93240y AKX ARIETH - 024005)

[# ZE] @adsrdr 2 41 WBS BJLIGIRZRIL, A A S8 O IEE 75 | Sk fol i 23 A5 i Fi, 1 5 e e ARGy T 255 SR ) e
BT Williams-Beuren ZEG4E ( Williams-Beuren syndrome , WBS) 111 R S (& 22455 A1, DL B X HZ R AR . 2
W B ILIA N BAE IS AR 508 11 AT 1 R A9 K AL MAEWTE 6 1 2 Ik Fpers, i) 2
o B T B A S A R o B LEAT WBS FFAEME T2 « HE 1005 BRIE 5k BRI KR RS . RS
KB IR ) 1 bR ] 2 S HABR I 1S XU BV R R RO, 1] 2 B TR R SR
PRIXE KRR B 28 R B LR, S AR il 1 230 ORI 5 R SR K S g 2 H R s o 4B« 2 )8 Lk
PTG LR AR Y AR WL S, o 1) 2 O P TR o B R A I I B e 3R A . R A DU 45 2R i 1) 1 i 22
EEHAMABIPRET Y 00 G A Tql 1. 23 Bk AL 5 A2 1 (elastin, ELN) BE[R R Beih 2k 28722 3 1) 2
TR PE G A E AR G Tql 1. 21q11. 23 G o ARYL 2 i) WBS LI AA7EC I8 W T RRER I 28 ORG#H R
FOR A RS A RSB PR RGeS Bl 1 3ol ERAE nT B8 5 ELN LRI BRIC ARG, i 1) 2 1 i & 2E vl g
5 Tql1.23 KB ql1. 21 HAHEX,

[ X% ] Williams-Beuren ZEG1IE ; Yo (A AR B B LR s B

[hE 42 S] R396. 1 [ XHEitrER] A [XEHS] 1671-167X(2017)05-0899-05

doi:10.3969/j. issn. 1671-167X.2017.05. 028

Clinical and genetic characteristics of Williams-Beuren syndrome: 2 cases report
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SUMMARY To explore the clinical and genetic characteristics of Williams-Beuren syndrome ( WBS)
and to raise awareness of the disease. The characteristics of clinical manifestations, personal history, car-
diac ultrasound, brain magnetic resonance imaging ( MRI) , electroencephalogram ( EEG) and chromo-
some detection results of two cases with WBS were analyzed. The two patients were both male and the age
was 11 months and 1 day, and 9 months and 9 days, respectively. They both suffered from cardiovascular
malformation ; case one presented supravalvular aortic stenosis, and case two showed atrial septal defect
and patent ductus arteriosus. Both of the cases were exhibited characteristic facial features of WBS, in-
cluding full orbital, spherical nose, flat nasal bridge, long philtrum and thick lips. For the mental deve-
lopment, case one displayed moderate to severe developmental retardation, and case two showed severe
developmental retardation. In addition, case one presented bilateral indirect inguinal hernia and hydro-
cele, and case two manifested feeding difficulties, buried penis and infantile spasms. Personal history:
case one’ s mother had tocolytic therapy during pregnancy period, and case one was born at full-term by
cesarean section due to amniotic fluid pollution. Supplementary examination: brain MRI of the two cases
were no significant abnormalities; the EEG of case two showed hypsarrhythmia, and the epileptic spasms
were recorded. Chromosome detection results: case one was identified as 7q11.23 deletion including the
fragment deletion mutation of elastin ( ELN) gene by multiplex ligation dependent probe amplification
method, and case two was found with 7q11.21ql1. 23 deletion by high resolution G-band method. The
two cases with WBS both had cardiovascular malformations, special facial features, mental retardation
and connective tissue or urinary system abnormality. The supravalvular aortic stenosis of case one may be
associated with the deletion of ELN gene, and the occurrence of epilepsy of case two may be related to the
ql1.21 deletion beyond the 7¢q11.23 region.
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Figure 1 Case one, male, 11 months and 1 day, the characteristic
facial features (full orbital, spherical nose, flat nasal bridge,
long philtrum and thick lips)
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Figure 2 Case two, male, 9 months and 9 days, the characteristic
facial features (full orbital, spherical nose, flat nasal bridge,
long philtrum and thick lips)
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