. 324 - vl e 2E g AL 2 4 ik 2020 4F 3 HEE 37 B4 3 W Chin J Med Genet, March 2020, Vol. 37, No. 3

- FErE IR .

Noonan ZE-5fiF B4l PR 55 B 45 7

THAEFLAEREFHEEF S AR R R ERISHET A
WE.FF I HH X4 MHEFE O FIF HEF kAT

(=) Noonan £ & fIF & — Bl LURRBR T 25 B b0 /1N L 506 SRk o0 O 55 01 ) R 5 02 465 O 2 B3R B A 5 I
WAELEAAE, R FE S RASMAPK {55 @ R X, S #MPTPNIL,SOSI,RAF] KRAS % &
16 F Ik 5 Noonan £5 & fiF % & AH X . B N H #5 % F Noonan £ & E W2 R ELZ £ 50. A X
Noonan £ & AE (1 R F B LR UL IS Wibs o JRI7 MR EMAT T R, B im P E M E S TIESE
Noonan & 1iF (432 Wi K -, IEXF 838 111 RS Rl i,

[x#iA1 Noonan ZEHTE; FRKMA: JERMEOIER: BB,

DOI:10. 3760/cma. j. issn. 1003-9406. 2020. 03. 017

S EAE

Clinical practice guidelines for Noonan syndrome Writing Group for Practice Guidelines for Diagnosis and
Treatment of Genetic Diseases, Medical Genetics Branch of Chinese Medical Association, Li Xin,
Wang Xiumin, Wang Jian, Fu Lijun, Luo Xiaoping . Fu Junfen, Shen Yiping

[Abstract] Noonan syndrome is a common genetic disease characterized by peculiar face, short
stature, congenital heart disease and thoracic deformity. The pathogenesis of Noonan syndrome is mainly
related to abnormal Ras-MAPK signal pathway which involves more than 16 genes including PTPNI1,
SOSI, RAFI1 and KRAS. At present, there is a lack of experience in the diagnosis and treatment of Noonan

syndrome in China. This guideline has summarized the clinical manifestation, pathogenesis, diagnostic

criteria and treatment for Noonan syndrome, with an aim to improve the diagnostic level and clinical

management of patients with this syndrome.
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S5 550 1% (RAS-mitogen-activated protein kinase,
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5 Z2 R R 0 & AR R S AR L O BB S e iR 1) A
AT B NS BB B rhGH IR i B L
RPN IGEL O 75 45 . XA W IR L W
K = H R LR S, Rt 4 T B dR s A T H
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MR AE R S AR XU AR . % T HR T
PR iR 5 B T REVEATS & T — M HE A IR AT
% 3
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