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Vital signs: Temp 37 C, pulse 98/min, RR
20/min, BP 100/70 mmHg.

Measurements: Weight 25.2 kg (P10), Height
119 ¢cm (<P3) [Figure 1]

General appearance: Full consciousness, short
stature, speechless

HEENT: Prominent epicanthal fold, micrognathia,
low-posterior hair line, webbed neck, no thyroid gland
enlargement, no high arched-palate. [Figure 2 and 3A]

Chest and Lungs: Wide apart nipple [Figure 3B],
broad shield chest, normal breath sound both lungs.

Cardiovascular: Regular rhythm, normal S1S2,
no heart murmur.

Abdomen: Soft, no hepatosplenomegaly, no
tenderness.

Breast: Breast tanner stage 1

Genitalia: Female phenotype, no pubic hair.

Skin and Extremities: No dry skin, no rash, no
deformity.

Neurological examination: Normal orientation

to time, place and person. Motor grade V all
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Girl aged 2-19 years: height and weight

Midparental Height ‘e tii g
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Figure 1: Patient’s growth parameter demonstrating significant growth

failure since the age of 7.

A Figure 2: Micrognathia and low posterior-hair line.

Figure 3: Typical phenotypes including micri hia (A), promi epil

hal fold, webbed neck, broad shield chest, and widely spaced

nipples (B). Noted the breast development is Tanner stage I (A and B).
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 CBC: Hb 11.8 g/dL, Het 36.9%, WBC 5,930
Cells/mm’, (PMN 69%, Lymphocyte 25.5%,
Monocyte 4.7%, Eosinophil 0.3%, Basophil
0.5%) Platelets 675,000 Cells/mm’

« BUN 7.95 mg/dL, Cr 0.41 mg/dL

e Electrolyte(mmol/L): Na 140.6, K 4.55,
C1105.3, Total CO2 24

m3asIIRL:

* Chest Xray: No cardiomegaly, no pulmonary
infiltration, no scoliosis

* Thyroid function test: TSH 3.920 ulU/mL,
FT4 1.01 ng/dL, FT3 4.55 pg/mL (Normal)

* Echocardiogram: Fusing right coronary cusp
with non-coronary cusp caused bicuspid AV
without aortic stenosis or regurgitation. Left
sided aortic arch without CoA.

*  Chromosome study: 45,X

 Film Bone age: Delayed BA (10 years)

M353H0NY: Turner syndrome with Bicuspid

aortic valve
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« Fetal cystic hygroma, or hydrops, especially when severe idiopathic short
stature

» Obstructive Left-sided congenital heart defect

» Unexplained delayed puberty/menarche

» Couple with infertility

» Characteristic facial features in a female
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fianyaznenatin 2 veaellil
» Renal anomaly (horseshoe, absence, or hypoplasia)
* Madelung deformity
» Neuropsychologic problems, and/or psychiatric issues
* Multiple typical or melanocytic nevi
* Dysplastic or hyperconvex nails
* Other congenital heart defects

» Hearing impairment <40 years of age together with short stature
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Turner syndrome: Diagnosis in outpatient-clinic

Nitchanund Tantisirivit

Department of Pediatrics, Nan Hospital, Nan Province, Thailand

Background: Turner syndrome (TS) is one of the most common female chromosomal
abnormalities. The phenotypes vary and diagnosis can be made at all ages. The challenge
for physician is to early recognition and diagnosis which leads to timely and properly
initiation of therapy with multidisciplinary care teams.

Objectives: To present a patient with short stature and Turner syndrome was diagnosis by
a general pediatrician at the Out Patient Department (OPD) setting and to review clinical
characteristics of the disease and management.

Case report: An 11-year-old girl presented at OPD with short stature and history of ADHD
treated by a psychiatrist since 8 years old. She had epicanthal fold, low posterior hair-line,
shield chest, widely spaced nipples and delayed puberty. Based on clinical characteristics,
a diagnosis of Turner syndrome was made. The chromosome analyses revealed 45, X and
echocardiogram identified Bicuspid aortic valve. The comprehensive care was made and
planned with the patient and her family.

Conclusion: Early diagnosis of Turner syndrome expands patient’s opportunities to access
standardized treatment options resulting in better quality of live. Pediatricians play an
important role in providing knowledge and enhancing awareness of Turner syndrome among
physicians and parents.

Keywords: Turner syndrome, Short stature, Growth failure
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