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Abstract

Objective: To report the clinical phenotype of one patient with Williams syndrome (WS), and to re-
view the literature and summarize the clinical characteristics of the patient, in order to increase
clinicians’ understanding of this disease. Methods: The clinical data of one patient with Williams
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syndrome were collected, and the venous blood was collected and whole exome sequencing was
performed, and the related cases of Williams reported in Chinese and English databases were re-
trieved to summarize the clinical characteristics. Results: The child had a typical special facial ap-
pearance with a wide forehead, narrow bitemporal space, flat cheekbones, and a short nose with a
long philtrum, thick lips, and a wide mouth. After whole exome sequencing and CNV-Seq results, the
deletion of the monoheterozygous 1.45Mb fragment of chromosome 7 was confirmed to be Del
(7q11.23).
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1. 5|

BRI R G AL, &Ml 791123 DR R G R R SBUR DL 2 8B 52 R IRER ALV BB
LA Qe iR AR LB S R[] [2]o X TIHRE] WS & —FiophRs (il R 25 A4k mT LLIB #1320 1
P I[3] [4], FEREJSIS AL, X WS HIARIZHN R . H AT/ERE 4~ WS WFFURkIESLZE, (H2 FE N IRIE A
XD B 1B RHZ W8 WS ZRE1E B LRI PRRILES & BEAE SCHRIGE ZEAT 31 B0 47 -

2. lmKR#HEH

1L —M&seR: BJL, 5, 13% 2 AW, W “A41GMEN” iz, BILR G3P3, Hp=HIEM, k
B, HAARE 2.2kg, HAF w4 STEHI T T RIE L, 2] aiEZE .

2. RARES: BP: 161/79 mmHg, 5. 152.5 cm (>10, —0.9SD), 1A 51 Kg, #Fukimas: #HX
H. ANTFa HJERE, O iy BEE AR E RS, HZEKL6.5cm, WAL 15 ml, i,
FHE Tanner 73 IV 1, Zo QAR EL, 45 BEAMESZIR, WLIWLsK I e .

3. EWEARE: MM, REM. FEMEFEM, D Bo). k. B, B R IIRE R L
B R, H ) = IR B SRR R K s, (RADIRIR R S HORIR R AP AN,
PR U R 9.64 mIU/mL, 23R4 iR 3.66 mIU/mL, M —F% 31.60 pg/mL, #WAFLZ 8.29 ng/mL,
Zfd 0.45 ng/mL, SEJA 4.50 ng/mL; A KEE BRI GH 1&{E > 10 ng/ml.

4. BBRERE: COIEERR: EIR ERE (S L)

NHFCE, @BRERBEZEMEFEDE, REBRUFFIKIL, SRR HLEEAT BE 5 A0 2740 I i
K40 DNA, WFFE R, £ILIL CHR 7: (72,717,394~74,237,335) X I F FE K A, 5 BEAR AT 90 1) R IR 98 A8
XA K. R4 Lowery PFoMEAISE E LR AZWiE 0, 1) LA/N TGRS JL(SGA), FA RERkTH 2
TR B KR ERENG . MR G SRR EIRIKLI, 4a g R, WHizhirh WS,

3. ¥ig
WS & — DL 2 I 28 ThBE 2R EL O AE 1) 8 S R PR B AL 0%, WS 78 ) LZE T IR KR 2 494 1/10,000

[5], T~ 1961 41 1962 - AHLk B AN, A2 B 7911.23 SRS I, WER I3 B X 2y 1.55~1.84
Mb. % DA AL L5, SET WS ZREIET A1 7 S5 RO AR . FAARRYE, SR X
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Ry WS ZEEAEGL R X Sk, P02 e 2 RV ) R A AR R R, BT T A R I A e, A
HE T, HTHMNES FZR&EERTHEEME, ([85% 7 5360k R1 WS ZE6 TR (kX IRTE 82
SRR G s IR RAEAEE LN, WMaIEOZX L, FEEERRE[6].

AT (R R 2 EER IO RF IR I T B AN, RN RIATSE , HESE 0, Bt HaeRth, HER
H, BRMEE, FEK, DEEMR, TV, TR RSB IR T B AT AL O I
T, O SR TE 32 BRI bk LB, BUPEA BBk A2 [6]-[8], A 7 Wlh 5 AR o R I R i
PEIMSE. FIRESAE. HORMRIIAEIGE . AR R BB WEIR KR B a0 .

RIS SCHRIE N, WS S iE BB EAK R E LAAERERE, 5 WS 12 )L H AR AR A
T/l B SO/ TGRS JL(SGA) [9]-[11]. BEE R, WS JLEE AR A 1 B 38 A1 -5 A B 1~F 1)
K, 2045 28% % 40%(1) B B TR AEE 3 B OAibA R . U NEARERRE, WS BEKHE
WiEahE R, SRS ES)LEMELL. R, BT EEPEECEME, MM e sk
MR BEM, (HFFER R HE TR, RASBEMBADN . SMB/NME WS BLFH IR R WIRE, A
FRA[12], WS &) LA IR 5 R AE K R F-1 (GHNGF-1) i E 5, 1 75 73 — WA 78 HF 131K 3,
IGF-1 FfR & ZFEAEKE 7454 8 -3 (IGFBP-3)4b T 1IEH /K, HARETEAUESE GH /b IEH . SR,
£ Levy-Shraga. Guven i A fRIRE 78 i i 1 /% WS 25 S 1E K 5 LFESE %2 GH Rl I6 5 R IR E Kl
FIRZ[9][14]. HETHATEE WS LR HIAAIE GH 77 b Fhg, &= 0 s N\ 2 B & it K BY Bl 15 i 72
DA FIRIE FUARIE R B AR KRR YT T DA WS B AR KO, o508 JB LI RN 28 B i [15], [RIG H Al
BHNEKBEEEWPHTIHIT 28 GHD 3¢ SGA 1 WS JL#E .. 1Mixt T 5 F WM K% & 4 5 1 B L,
HHRRE G, ARKAEA L, T E AR A S, NS e A K 7y, BTt
TR FERIE . Z &)L SGA, AKMEBIRIALE GH 1&H > 10 ng/ml, HEMWE, N KHEBRZES
MEHE, ERAAKBRRTSCGE B E A KRN 7 RNARR . MHEAE. B8 HEEAKT, i
TWRIBIT R

WS B35 0 ISP B T2 (9 A 2R AR i, 80% LA [ AR 2 f1 G & P INUVEF W , G rp S Bl ke b i
Z W[16], HAEAENUEIET WS BEA NS ELN ZE MY EaA 7911.23 GAAFTEL # &2 —FHT
BRI Gh = TAE I PN B SR LGB 2R £ 9 R, TS B00 MU B TR [ B Y 5 -ELN 28774, 2
— P R R Pk A B A e PR 00 L RS O 11 B R 2H i 4y, ELN BRI R S BOR M #E B ek, 8
M BT P VAN BG4, T 51 S S Sl ke b A= S R O MU i T . L 5E 8 O T R iR
IR EBBKOE B AR (B AL ALY, 5 G WS L5 A RO LB S T (K2 Wi AR AE . Collins 25 A [16)WF LRI, &
FE B kPR b5 78 AN 2 Bt A 8 ) 3G g hn 2, 1 R EFAR N AR E HRAS, 7R 8 A a3 O IR R VRAN
TEA . KO M B T2 0 TGE YT, P 00 U B T2 7T B 2 5 BSOS RSN BKIE v iyt % A8 28, AT
RACIEVERSE, RO NIE TR — AT FARGYT, HArE P e JCBR I I AR aE R 97 TS -

WS 55 & H LA IE, RIS L E . FORIRII AR o B PRI A 2% . 3 o sy i 45
FVECR AR & S B 3 ARV R Y B Ak A e A E N R . 5 IURE R A AL ) 458 P45 3K A BB i
BB, dErE R D USRS K 1,25- AR F D KT E, S IUE — MR I A AR T, SRR
BEIRARRIL, (H/™EH v SECF S RUERE, MEEEE . HaTo| i e e i K AR5
G, WAHTAEEIRES BAZIB EHE AR ARG K[17]. BILeH, RERIMES TR, Bi#
RROVE RPN T BN, F5t— 20 WA e bn A8tk . WS B3 HR 2 0L 1) L3 R 504, RIS
RANE R LB AR I [9], FIRES T Ffw - ik - HARIREIR B A RA G, A61E ) LHURIED)RER K
PLIH B

ZE LA BB PRI . X B P UL SRR B MR R 2, O
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FEM SRR BB LA B -3 28 (B2 A2 Ak, BB LA OB R B A I R 7 -5 AR SRR 5 BRI PR
S —BKAH R . AAMNETIFR CNV IEE R ELRE, FSET 7 SYvEik e 1.45 Mb F BE k25 ()52 Del
(7911.23). £ HGMDpr 1 ClinVar ##EEr, ZRpkkiES WS #H2¢. WS B3 B T ia 7 A REG ST
A, FIAR WS Wi BT R R R L, SRR RS fcE AR R . B ATE A WS
SRR IARIE ARG D, AR R AR IR S B RS I B AR B PR R R, B 240 JE AT I R R

M, TE WS MgWid #E b, HIWrA CRRIEARE . & IMAS . K ERERG. Je RO Mg wRE
TR ILE 55 P 43 VAR s, AR Lowery 14356 [ LRME ST /3%, XFH4r WS B3 Ik R KA %
SR KRR BUONAE AL B, FEAT SN CNV AR, PhBh#fis, LUK B R B R EE 1)
TAER . OERRERT . oKV MR . S MUAESE H . WS MR E 2 LE AR R B RO R,
HHBA B 2 W T AT R AT IR T R T TR A . R, N T RS A TE R, fERE
VI FE R LTS5 T AR NS ARG ThAE, LA WS i A IE ST 3T A AU 4R F .

WS LA — P E R MR A A K B AT, B — RPVRFE: a8, AR A 24 K R R R AL AR
Fettk e EAMEIET WS ZRE1E 7911.23 Btk X s it 24 AN EERI e, mn] At nTRe R T eSS
ZIX AN AL R I = A EAE T, NS R R Y - R AUAH OGRS T 98 1bl s . ITAER, HEFY
BEARREIRE, TN WS ZEE IR TEIR T3R5 1, BTG —2epkaR, filln. FE4gmiE vl ge
SR BN, FEiE— DR B AR CAS S A, QAT v R R s A )RR AORS v 1T 2 H TR AR R B
(O EE i S HE R, [RIEE H AT R 2 0 A4 T 5550 S B B, e) e 5 DR G 48 AR N FH T I PR YVR 7 AT 7 %
WHIC. X T ASRIAR 007 ], 7] DARER 2 BN gm iR 5 ms, DARIRMESE 7q11.23 X 2 AR R, 5
SRR, RIS RO RIT IR ARG, VG E DR g 48 VR 7 (0 22 A PR Akt o SRR Gt AR Oy I R e
GAMERRITSRAL TR, SR, AR D R IT DL IR AR Bk, HE 30 5 R 4 e A S 56 =5 7 [ e
IR, BIEHT B8 WS ZEE1E ) LIK T9U5 A0 A 36 i &

SE
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