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# 4. Clinical features in Noonan syndrome patients with and without PTPN1/ mutations

Mutation (+) Mutation (-) P value
Patient number 18 27 e
Age in year (median [range]) 12.7[0.1—29.5] 16.2 [0.1—34.5] 0.26
Sex ratio (male:female) 8:10 17:10 0.09
<Growth pattern>
Target height (TH) (SDS) —0.4+0.9 (n=14) -0.2£0.7 (0=17) 0.52
Birth length (SDS) —0.6+£2.2 (n=10) -0.6+1.4 (n=21) 0.95
Birth weight (SDS) —0.2+0.3 (n=14) —0.6+0.4 (n=23) 0.16
Childhood height (CH) (SDS) -2.6x1.1 (n=14) -2.1£1.6 (n=22) 0.28
Cardiovascular anomalies (+) -2.8+1.1 (n=12) -1.9£1.6 (n=15)  0.11
CH-SDS minus TH-SDS -2.3x1.2 (n=11) -2.1£2.0 (n=16) 0.75
Cardiovascular anomalies (+) -2.2+1.3 (n=9) -2.1+£2.0(n=10) 0.93
Childhood SS (<—2 SD) 10/14 12/23 0.21
r between CH-SDS and TH-SDS 0.14 (n=11)" -0.40 (n=15)b
<Cardiac lesion>
Cardiovascular anomalies 15/18 13/27 0.02
Pulmonary stenosis (PS) 10/18 6/27 0.02
Atrial septal defect (ASD) 10/18 4/27 0.005
PS plus ASD 6/18 2/27 0.03
Hypertrophic cardiomyopathy 0/18 5/27 0.06
<QOther features>
Chest deformity 3/18 6/27 0.48
Mental retardation 4/17 7/26 0.55
Hearing difficulty 2/17 3/27 0.65
Male genital abnormality 5/8 4/17 0.08
Cryptorchidism 5/8 4/17 0.09
Hypospadias (penile) 1/8 0/17 0.32
Cleft palate 1/18 1/27 0.65
Chylothorax 1/18 1/27 0.65
Hematologic abnormalities 5/18 0/27 0.007
Bleeding diathesis 3/18 0/27 0.06
Juvenile myelomonocytic leukemia 2/18 0/27 0.15

SDS: SD score; r: correlation coefficient.

? P=0.69; ® P=0.14.

The numbers in parentheses represent those of patients in whom corresponding growth data

have been available.

The denominators indicate the number of patients examined for the presence or absence of each feature, and
the numerators represent the number of patients assessed to be positive for that feature.
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