B R R FE MR 2021 4 8 F 45 42 445 8 1]

http: //www.ajsmmu.cn
Academic Journal of Second Military Medical University, Aug. 2021, Vol. 42, No. 8

* 959 -

DOI:10.16781/5.0258-879x.2021.08.0959

Costello ZZ &1 1 ik &H

TR, Kk, HBEE, PR
R K BT R, L 200092

- el R L -

[K4#iA] Costello ZE & fIF; HRASFEH ; IRIRFFHIE; K BFS; %

[HESZES] R596.2 [XEktrEE] B

Clinical manifestation of Costello syndrome: a case report

YU Jun, CEN Jie, CHEN Yi-ye, DONG Ling-yan

[XEHS] 0258-879X(2021)08-0959-02

Department of Ophthalmology, Xinhua Hospital Affiliated to Shanghai Jiao Tong University School of Medicine, Shanghai

200092, China

[ Key words ] Costello syndrome; HRAS gene; clinical characteristics; developmental disabilities; facial features

1 REIHEM Bl 8% W ALBURIERE K"
KRILBEIRFIL . IR A LSRR A I, AL
SERLAFER, ARRAGE], PLRBEE R IRIEIER
MO B SRR A KRR IIRERE
B, BURIRERIZ S RAF. XURBIIH 0 0.8, BUREE
BREMA (B1A) o HAERRRE: 2k, 2

[ Acad J Sec Mil Med Univ, 2021, 42(8): 959-960 ]

R, AR A A AR, A5 A0 i I
s FES . JoRER, SCREEI RSN, A 1013 %
LA, ACRER MAR S By A . (RAR A A . BIL S
125 cm, K 40 kg; kM 52 em, kEMG. A
(E1B) 5 mymis, IREETE, (RHA7, SRk, SR
Ky B RPHEE (B 1C) , EHE SRR,

B1 BILERREREE

A BEB K B B SR Tk A A6 5 C : BRRLRE .

KR LAFERR R 2%, B KBRS . KK
AL 2 AT AR KGR R IR B LR 2, 121
Jy HERKEEEZAE, BEFLART LRI
PRI, T4 KR FFEIT . RBiLRHE %
5T T e 000 P R ( 3 ) Agilent 28 )4l AR R 4
All exon V5, [ Illumina 23 & HiSeq4000 I 7 F-4 )

[YF=HHA] 2020-04-01 [#E=ZHHE] 2020-05-30

LEERAN] T 40, Bl AT, E-mail: yujun@xinhuamed.com.cn

ZERWR, UL Harvey KB PA IR i 35 98 2 DN R 47
( Harvey rat sarcoma viral oncogene homolog, HRAS)
B (YR OLE Chrll: 534286 KA:57F ) ST
C37 A SEGAZ TR (G ) BMIRE LR (T) %5
e, RAEEAHEAR (Gly) #eEaEmR (Cys) Bik

"5 ( Corresponding author ). Tel: 021-25076875, E-mail: donglingyan@xinhuamed.com.cn



° 960 -

WOEERR 20214E8 H, 2%

Hf ) LE 2 A KPR ESNAYT 2 4, ks
AR 7S W LM 4.9 mmol/L . 79 2 iR /% % i 24 U/L .
KA RS ENE 30 UL, BfEIEHERN; AKEE
10 U/Lo S8 JLCHIER t 2235 ke 75 A s B B LA 5
G ARPEIG R A B A 25 5, 127K Costello
ZEAE, ABEILBRAFERBEREL A . K Ah, BRI
HAFG A ZE RIER o & A W4 LA T IR I
FREE M EE M, PIRELA: . K BE R = A (8
PR AR BN K ILRPE VIR, DOGHE
BILARK R EHEN
2 3 i Costello ZE G NEJE—F LAY H YL (o R i
Phigt A, At FHRaER ] 300 45, fhitizm &
H1 0 100 000~1 : 60000 "2,

Costello ZE A EAY E G IR LI M FR R 2 (B
sk & B, BERIES) | OISR (I
JERLORUR . BRRFLA . MishikmRaE ) o kR
HOCR RS . fagth . S EEffE . FREMSNTZ ) |
M AR ETRZE XONAEERRSE, IFHAAEM
5y (CINBESONLA . R BRI A )
Costello ZE A 1E7E AR T 0 B A I 2L TR NI
B HRFEBBELOVLARE S (B L B AT G
FAE, MHAFAEMREEELA . SRR, £
Costello ZEAAEH il H A WARGE

Costello ZEAE 1T i il 4 B 248 B DIRE 2 i,
B R IO 012 i E — T Bro W9 R, Costello
LEAAIE S B TR HRAS 155 Lo s 55, 5
Costello Z5 4 i AH X 1) HRAS JE [ 98715 Z2 48 th 1E %5 5
T 12 A1 13 (p.G12A/S/V/C/D/E 1 p.G13C/D) , ik
A g WL AT 2572, 40 p.Q22K . p.E37dup .
p.T581, p.E63K . p.K117R, p.A146V , p.A146T %57
A LR RS h p.G13C 28 & I T HRILEEL
BRIRH, BOLACHEE KA A BEEA 7 3 BRIAGI

Costello Z5 & iE DL X HE G 97 R 8, 22 30946 I 1

Bl IAS ORI REERE SR W TR A
FIRZMILEN LUR AR RKEEIGTT, —S ALk
AL B EULRLZE TR R G0 T, DASR A 1 i
o EAMEEE WA T Ras WHRIAYT Y, (HHER
B ARG I R4S

[& % X #f]

[1]  GRIPP K W, LIN A E. Costello syndrome: a Ras/
mitogen activated protein kinase pathway syndrome
(rasopathy) resulting from HRAS germline mutations[J].
Genet Med, 2012, 14: 285-292.

[2] ABE Y, AOKI Y, KURIYAMA S, KAWAME H,
OKAMOTO N, KUROSAWA K, et al. Prevalence
and clinical features of Costello syndrome and cardio-
facio-cutaneous syndrome in Japan: findings from a
nationwide epidemiological survey[J]. Am J Med Genet
A, 2012, 158A: 1083-1094.

[3] COSTELLO J M. A new syndrome: mental subnormality
and nasal papillomata[J]. Aust Paediatr J, 1977, 13:
114-118.

[4]  AKCIL E F, DILMEN O K, TUNAL1 Y. Anaesthetic
management in Costello syndrome[J]. Turk J
Anaesthesiol Reanim, 2015, 43: 427-430.

(5] KIEPK, BRIEDS, M, B, Do de, B, [EN e
{7l Costello ZE A JLHRAS FE[H 5875 434 1], FEAl
=A% SR, 2010, 30: 1274-1277.

[6]  UEMURA R, TACHIBANA D, KURIHARA Y,
POOH R K, AOKI Y, KOYAMA M. Prenatal findings
of hypertrophic cardiomyopathy in a severe case of
Costello syndrome[]]. Ultrasound Obstet Gynecol,
2016, 48: 799-800.

[7]  NIIHORI T, AOKI Y, OKAMOTO N, KUROSAWA K,
OHASHI H, MIZUNO S, et al. HRAS mutants identified
in Costello syndrome patients can induce cellular
senescence: possible implications for the pathogenesis
of Costello syndrome[J]. J] Hum Genet, 2011, 56:
707-715.

[Axxmig] B



