ERCECE- R E ]
2017 4F- 8 H

b E %A ILA R E

Chin J Contemp Pediatr

Vol.19 No.8
Aug. 2017

doi: 10.7499/j.issn.1008-8830.2017.08.014

w# - wtlsryr

By LEE S K 15 % a9 % R EEmRHE

BB

xZ

(BB Xk5EWEIAERAZANF, EE 201102)

1wl A

BIL, B, 14 A, HEREEE 12 A2,
BIL2 A RIS, Wk IM%; 4 H bt
MG ANBE , HRSZIOUT AN S8, IRIG AN B,
FAFEINY), IRBROKFREE; 8 IR AGER AL,
TKE; 14 ARRIANEER i, ARERkL, ek
M, ASAREL

BILAESF 29 h BRI BE . Ak /50 B
PERZEMING 2 N MRS, OB R Sk S8 R
. BREFLAM] (A DIEEER Sk FET 7 R
WA, BREFLT 4 RS ) 5 B4 B B E/RA
MR 52 5 520/ HURBRDIRE: TSH 9.45 IU/mL
(Z%Al: 025~7.31 1U/mL) , TT,56.5 ng/dL ( &
FAfH: 70~220 ng/dL) ; EIEMHLIEK 17.2 pmol/L ( =
ZAl: 0~6 umol/L ), MAHLT % 245.9 umol/L( S % 1{H:
5.1~17.1 pmol/L ) 5 IMiLZ4 . MLFLAR . IMUHEAR UL S5 ;
I, PREFERE AT A WL s AR5 HT
46 XY, i2Wr “Fr=IL. BrA L s . B )L
P RLT ZAE | A LTI FOIR BRI AR GR E |
Bk AT AR L IREFLAM” , ORACIRERE B (4
W25 g BH 1K), 2 FEEAFARIRIIGEER .
1A Sk i MRT g7 SUI R i B T, K T2
55, WGBSR, 2 EY 7k .
2 YA T B BAR/R e R B, 3
4 2 A S MR BE7R DRI, M =9 K. A
B, 028 55 B /D, A R A A ) PRk i
SCISE, AEAMUZRETE

BILRFE IR —r7, 367 F™ 4,
AARE 1750 g, AR TER. BILBSEERS

[ sk HIW ] 2017-02-21; [ #Z HI | 2017-06-01
[EmH | BHEHE R L4 (2016YFC0904400 ) o
[fE&E A ] e, 9, Wb,

[MfFEES ] B4, &, BEEWN, 8.

WIE RS . B K S0 s TR

IRAE KA PR, RO A, SURERK T2
KMl 41.5em (-3SD) , WIKCH, ks (&l
1A )« figuY, IREESE, Sl LB, Twhasmigs,
IS AR, AN a0 B E o P L TT2,
WLk AR, NFRE, ATl T, B2 LR R

B A . MEARIN A (B 1B) mR 2R
U, BSNE . ZRR PR R, PR
SRR () 1C~E ) R BRI, iR BAK,
A 2= 3 5, T O kb e SRR RS, IEER B
A S 7 WU 52 L4350 57 UM R JRE T 45 30 P9 B Ak
WL B R LR P 3, R bR JERES A
R ILFH

2 B
BIL 14 A, EBEENIES . BaIkF

WIa, FRRIE L2 KW, BN T S 30
WIRIE 5 A B IR, (HE LA s Kb s Ty
%k, TORCH #ill BAYE, JCE Py A A 25 Bk
AAEITE . BILRPAER R, N U rEpE
FEWKEIEE, BEILHAE LI AR 5 5T
RIS, BRI, METRIR, ma. i
FUR . IR W, AU TR L R, Fr
PRI A 2 RGP AT 1A 21 = ARZRGAE .
18 ZIRZE GRS G O RBR , (HER LIS P
VSEREN PR BT ] L S SR LN D AT iR
N 2 B ZEAAE, A 4p- ( Wolf-Hirschhorn
syndrome ) 25 0] S ECRRIR A IR DL e RO
T FIMA DR R GE WY, (H L TCRAIEVERY A i

921



ERCECE- R E ]
2017 4E 8 H

b E %A ILA R E

Chin J Contemp Pediatr

Vol.19 No.8
Aug. 2017

2T A, HARJLR P a5 R b s o]
W5 J3ob, HENCER A OGRS U Prader-
Willi ZE54F (PWS ) Fil Angelman ZEANE (AS)
AR A SR BEE, (H2 8 LT,

ARG PWS Y2 W, WKL E] AS FRAEPE I il

KRR MRS, TORBEHER R, AFFE ASi2
Wikm o, 55 1R A8 Lk W TE R P X 2R S AR AT RE,
ELE S LI R, AR OAAT . Al LR
TG/, RIS, ANREHERR S8 1A SR 5%
{1 i s 2 e oo/ T 2SS i )5 8

B A: BJLESHER s, WEE, BALLE, @RS, A8, T B B JLAMEAR R
PO B 2 | ARG . IR U R AR &, PURHWIR. C~E: BJLSKERRAZEIR  WENCHOR, i C (Tl
1) iR DRSS (B D, T2)0¥50) 5 TSR Es, WE E GREUTS)) #kFiR.

3 #H—TRE BHEBC AL 2= 0 ) , &R B L SETBPL 3£ K
FETE ¢.2602G>A (p.D86SN ) 24 4 4l L 5878, 4
SR KA, SHCUEH LA T4 Sanger BIE, WERRLNHAERE (K2) .
AT (B LR E BE 5 B S AE 9

0

AR B

2 BILRZSETBP1 ERENFER
SBILACRRZAL AR I

L SETBP1 ZEPFETE ¢.2602G>A(p.D868N) 578 ( ZAF s AN Sk 7R ) o

4 WHSIRIE SGS) o LWiikHE: (1) KB IEGERIRIZ
HAY, R g, IREETE;  (2) SRV
AL (3) FE[AAZI A BT Hf ) SETBP1 2 A

¢2602G>A (p.D868N ) Zuikls LIE7E

FR AR LG PRERAE S FE A 25 53, B2l
Schinzel-Giedion ZE & 1E ( Schinzel-Giedion syndrome,

1922



ERCECE- R E ]
2017 4F- 8 H

b E %A ILA R E

Chin J Contemp Pediatr

Vol.19 No.8
Aug. 2017

5 IR

Schinzel-Giedion Z¢ &I [ Bk Z A 3 HIEIT F
Bto BJL16 Ak B R L AE (RN 4
BWEZE ) , THRIERS (3mL Bid) TR, 18
Je RAELFEE 5 22 A IS RSIREE RIASEE, T
i (4mL Bid) , 25T EME; 22 A E &L H
438 cm (-3SD) , ALGHAMAKILTE; 24 H
BTN S L, A HUIR R DI RBIE S, (5 H
FURIRZ Ao HRTRE T, ISR ha i,
2 B WK IR AR

6 it

Schinzel-Giedion %5 & fIE ( OMIM #269150 ) &
— AR LA R Y B, IR IR
TR R B IRGE, FRRMIA L) R e R
PRk A AR A0Y, IR TS, S92, Rl
B, BN, IZEE T 1978 4F H Schinzel il
Giedion B 4R "', Hoischen 25 P 7E 2010 42 Ik
RIETECATHEFZWIRY SGS B # b, SETBP1 £ iH
FHPER S 95.8% (23/24) . HijE B 17 SGS &
JL SETBP1 R7AF &3 M4 L5848, WA 1%, Al
LAY ZRAE ¢.2602G>A( p.D86SN ) [E ZNEL 423 5 1],
AT REAHZIR 3R 58 B9

*1 BiRiE B 23 ] Schinzel-Giedion &£ & 1E £ JL B
SETBP1 =EEfr A

DL %L LA (%)
p.D86SN 6 26
pIB7IT 6 26
p.G870S 6 26
p.S867R 1 4
p.D86SA 1 4
p.G870D 1 4
p.G870C 1 4
pI871S 1 4

SETBP1 fi7 T 18q21, #fid 1 542 4~ K2,
K/NHK170kb, ZFEREL G ZERE", HAT
IR A o FHLEIISRATE#E . Hoischen %5 ¥
iz ] Sanger il 7 7& 8 ] F JL Hh &5 I 1] SETBP1 %€
AR, kAR S R R A i AR SE A X, HL A

H SETBP1 i K 58 A% 1) B It PR HE T e 14 5
Filges %5 "'} 2 €0 % SETBP1 K [ 18¢12.3
R LA AERIL, &BL SETBPI 8 12635 N %Y
WA FERINIET KBRS, SR SCS &
FARR, XWit—HES T Hoischen 45 MR UL,
R BRI 7 SRR AR ST

TR RAFEAL R SGS B ZERA, i H—th
GWMETR YN . H A 223 G A 2 9] SGS FEEE
JUEZEBE R A ACTH BT, YW R
1 SCHRHREE ,, PNIRIR G ERAhise =, s/ L
PYIHIBE A R T L Z %) SETBP 2875 B J L 445 1
ROR A dy 2 A LI LR 28 285 TR R A6
IgE e Ly oy

Lehman 25 " 8 Hy R 10 254 15 i BRUK B
B S H T LIAE A SGS R EZ IS Wi kTG, B di L
KR AN 79.2% (62/77) S Bk S5 1Y
Fefoh 85.7% (66/77) ™', Carvalho %5 ™ 2015 44k
Y 161 SGS FBULBRFFIRTH 2 ML R G Z B2,
o B ES B 8% sz BRI, {0 SETBP1 %L A Sanger
WF R B, $R X T HA Rk A M A R 5
ZZMEE, W TIEE 2R SGS.

A5 g8 LB A2 L30T & B HR IR IR 1 RE LA
gt TR HORIR R RYY, HRIEDIRE2 ¥ Ik E
IEH . HETSGS &L BRI 2 BE 5 8 1AL 4
il iz 78 PR R BE B 5 SGS 1 R R
Suphapeetiporn %5 ! $5 11, KRG I HAR AR REIR
fIKH SGS FBILH R IR DIBEPT IR E I, Ak F R
I ARRES Rk . I, SGS HUJLMH I N
I BRPE TR (E 1S B

VTR B FE B 2% T SETBP1 2878 f L %
PERRE 1 2 A 6B S v, S G TR | A AR A
PZAIMRZE IR, K R AT, X
FRIF AU Matsumoto 25 11 2005 4FHRIE 1 41 8
% SGS BH A I Wilms . KL, X F SGS # L
I T R B A S A IR s

SGS ik Z A MIRYT F B, BlEHKZE, K
6 53 [B LT REFE TP 205 . Herenger 55 ! 2015
AERRIE R 1 BIRE I A A 15 % SGS UL, H
EEFEFEAEFHE, KIENATT B AR
P BRASPE DL R O AR . B IESS A, (R BRORE
R AR O HZ2 B A 5 = R A5 3 T AP s il
FAHN, Lopez-Gonzélez 55 OV IRE, WEEYE O LI



ERCECE- R E ]

2017 4F- 8 H

b E %A ILA R E

Chin J Contemp Pediatr

Vol.19 No.8
Aug. 2017

SGS BULIHEALAT N Sz ShRE AR 2k .

7

&g

Zil i FLWIHRIZ I SGS & o X T 7EFRIk
FAER TR M 2 RGP R 25 8 2 1,
BN BEATRE NS W, B WP R IOTR A

SGS F PR Y 55 0 27 [1] (14 56 28 LK R (LA AL

Schinzel-Giedion ZE 5 IEAEH WL, BN s, ABERBGREEIIARIIGRT B

HXARIE, BHRWE. R, A EN RS

[f8Z ] Schinzel-Giedion ZEGE (SGS) A2 ULIY—Fhvb Qe A R RIS . 2 Im RAFAE )™
MEBIRG . FRRHZ I RZ R . ASCHGE 1 6] 14 A BHEIL, FERINKREEE . FRnE . m
M, WCPEREAE, AREEGE, HAMK, AL EE, ANEEG FNEAZ AR IEEAR . BT, B
8o PRI Kps DU S R R T e, AP TR s B SETBP1 JEA] ¢.2602G>A
(p.D868N ) HiA: a4t LA7E, LI Ty SGS. 1B LI NI R AR S IR AR BN A4,
FREEREAT G WA R NG . IR RERITN B 0] SGS X — WA PUINGE s, X TR AR A H
WA e 22 RV I R 25 TR 20, BRI m] £ 2512 Wiie g

[ FELSKRILRIZER, 2017, 19 (8) : 921-925]

[ %217 ] Schinzel-Giedion ZF&1E; SETBP1; 4Fukifiz; AXB%G; JLE
Unusual facies with delayed development and multiple malformations in a 14-month-
old boy

LU Tong, WANG Yi. Department of Pediatric Neurology, Children's Hospital of Fudan University, Shanghai 201102,
China (Email: yiwang@shmu.edu.cn)

Abstract: Schinzel-Giedion syndrome is a rare autosomal dominant genetic disease and has the clinical features
of severe delayed development, unusual facies, and multiple congenital malformations. In this case report, a 14-month-
old boy had the clinical manifestations of delayed development, unusual facies (prominent forehead, midface retraction,
hypertelorism, low-set ears, upturned nose, and micrognathia), and multiple congenital malformations (including
cerebral dysplasia, dislocation of the hip joint, and cryptorchidism). The karyotype analysis and copy number variations
showed no abnormalities, and whole exon sequencing showed a de novo heterozygous missense mutation, ¢.2602G > A
(p.- D868N), in SETBP1 gene. Therefore, the boy was diagnosed with Schinzel-Giedion syndrome. Myoclonic seizures
in this boy were well controlled by sodium valproate treatment, and his language development was also improved
after rehabilitation treatment. Clinical physicians should improve their ability to recognize such rare diseases, and
Schinzel-Giedion syndrome should be considered for children with unusual facies, delayed development, and multiple

malformations. Gene detection may help with the diagnosis of this disease.

[Chin J Contemp Pediatr, 2017, 19(8): 921-925]
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