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Abstract

Noonan syndrome (NS) is a hereditary disease caused by mutations in genes related to the RAS-
mitogen-activated protein kinase signalling pathway (RAS-MAPK), which is predominantly inherited
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in an autosomal dominant manner, with individual mutations leading to autosomal recessive inher-
itance. At present, there is still a lack of experience in the diagnosis and treatment of NS in China,
and most of the diagnosis relies on the clinical features of the patient that become obvious with age
and the NS-related gene test. This means that it may not be possible to detect and diagnose NS in
time and intervene in the disease progression of NS as early as possible, so that by the time the pa-
tient seeks treatment for various NS-related complications, irreversible organic damage has al-
ready occurred. A case of neonatal Noonan syndrome admitted to the Provincial Hospital of Shan-
dong First Medical University was retrospectively analysed and the relevant literature was re-
viewed and summarized. The aim is to provide clinicians with relevant diagnostic experience and
improve their knowledge and understanding of NS.
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Noonan %i&-{iE(Noonan syndrome) e —Fm] B AN [ i 35 (K 5848 i 25 ) 2 A FRABLIG PREE I AR e ta i B v
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KA N G BEER R AT, JG FENFT A LR Sl BIAS 75  F  + I8 CRP: (40 114k 29.81*10%/L,
ZLAMMf % 4.89%10%/L, /R4 38*109/L, i C MEE A 1.60 mg/L. (LT A SE R ONE
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Figure 1. Diagnostic criteria for Noonan syndrome
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Figure 2. Specific clinical presentation of the child
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Noonan Zg & 1iF A R RAF T30, AN EALE I 5848 S 201 Nooonan £ A 1E IR BUAN AR F], JE A
Kr%tT Noonan ZEAAEE LIRS W . 580G T FIBE VI TS #8 B A — e 14 S = X [5]. Hujcxm
FOR R ALH5 PTPN11. SOS1. RAF1. BRAF. HRAS. KRAS. NRAS. SHOC2. MAP2K1. MAP2K2.
CBL. RIT1. RASA2. A2ML1. SOS2. LZTR1 il SPRED2 % 16 Fh3£ X35 5% 5 Noonan £¢ &1iF 1) & 99 A
JK[6] [7]. T AN [E] A E07 5 K T S 201 Noonan 4 S E 2 A (R R AT 2 R0, & AEFR .

NS f# s 2 5091 38 & T PTPN1L RAZF#K[1] [3], PTPN11 Jy Noonan £5 &1k 5 i WL H £ 2
B, SRR SHP-2 RIEH K, S5 FUZAHHIXT 2 At R ob RN R, dniias . 4 e+
AAEKRFF[5]. CHIELZRAR SRR B2, HSRERN S M B NE S, M PTPNLL #5 UK S
B R B A 0] RE ARG B KOS A (PVS) A5 AT BR 6451 (ASD), T B A IR JE AL U AT eI /N[ 1] 1% L
159 PTPN1L JERIRAE, HETCA A ERR SR, Frokin A s ERBRERINSERI, FEE TR KIRA 6
I s Bk A%, IRIRAE X bR L, 5 39S B8 N 9&3E O I A AR 9 i) R RE . SOST 2 [A A Noonan 45 & 1iE
YO W BORHE R, B BUR T SOSL AR L3 H A ml fe A I s Bk 4 (PVS) 323 kIS5 & £
MR B AR, (HE MBI I[8]. SOS2 BRI AR KA 5 SOSL RAFMRIAHZEAK, HFERI
I R, DATAIRR SRR o L. 3.5%~15% (1) i L4 RAFL JERIRAE, 80%3! 95%H) RAFL KAL)
UL A BEENE AR (HCM) [9]. 2 2%01) &) LIEHT KRAS 8748, H RN ™ 5 (1) A K FRAG AL
MRS . SHOC2 ZAFATEL Noonan ZEA1E LI NS FERIRAFE, EKEEA, B IARIRRG LR R
PR EAS RN [ B ERA, S R (A IE R I B R B 5 V& [10] [11]. BRAF J: R 548 (1) 5 ) L R 3
AU AE KRR . MR, SR, BE R EENAEG, B ALK GR, 2 R MR
IR AL BE (1) B B [9] [12] - NRAS J: PR RAF B LER T NS SLAL )R ILAN, L2 I B Sk T |
BRFE RS T IBEAT,  EAR T A R PR 98 5 25 5 e A C U A B i s, e B s v Bt
[13]. LZTR1 R4 S8 Noonan ZE&1F 25 YLt fRBadE8i4%, LZTR1 AH5¢ Noonan ZE & 1EA A A (R
T HL AR e i 5y B ), 5y KB AT 0 20 R 3 R S PR Vb E 40 B 1 IR [14] 5 LZTRY kP 58 RAS ZACE AR
F 5 TCERMO AR K, & SEUEE O IUR (HCM), B 5 AN 52 5200 (1 45467 3 R 22— HEAT 3 IS
1E, WEBH—ANIhEetE LZTRL 0 R 2 DLZERR O LG B IE % 1) RAS-MAPK 5 14:[15]. B A ZUR I &
CBL JE K248 (1) 8 B KT S . WmE (e BE . B2 SBhE AN A KR B IR RS IMPRRAE, 10 HLXH /N Lk
AR L IR (IMML) A 5535 00 5 B [10]. HRAS J R A 8 A8 5 1 A7 R AE M TR 2% « O LA S5
B FRANL P B 8 S 1 A0, I 2 PR TR DS M8 5 It o FL e i L S i g 2 IR R PR SN L AR
IANEH A BRI . B [16]. RITL ZENRAZ S H NS M) L= Ak & o 2 iim. KE2 8GR
H I NS FH R, #5088 E MBI ER B R, QIR RS R, HCM & W, #59E
HH UK R RGO, W B R W[17] [18]. MAP2K1L/MAP2K2 F3745 f 3.0 115 52 BRI
R, T H % BR8], ilt, SPRED2 H ity A&7 3L K LoF A8 A #il N4 S8 NS #
R, SRR AR OB R D, AR R I A T AREE, B AR A KR E MR
PECBESERFE, 40 PVS. HCM [19].

EHIETT L, NS IGRR IR TR A Z b2t E 2 RG02 200K Bk, NS EE 2B ),
FRABCAROME /G AKEE. WM. 58, WIRAEERS. JHE. K. s, HE. WKk
Wy 1552 R VEAL,  DMEIRATA] DL AN A R G052 RAF LB 297 . E3RYT L HET NS 75 DUE
RE . WO IME RGN R W PVS, TIARMESRAE TR, ERE AT . M NIRITESMEFEAR . HCM 1)
B, WO TAER, B SRR S, BN T ETF R HEA . NS TR BIRE. &
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