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A Case of Septo-optic Dysplasia Associated with Anterior Pituitary Hormone Abnormalities
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Suk-Woo Yong!, Jae-Hong Ahn?, Sun-Yong Kim®, Ho Sung Kim?, Yoon-Sok Chung
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ABSTRACT

Septo-optic dysplasia (SOD) is a rare congenital malformation syndrome that is manifested by a triad of

optic nerve hypoplasia, midline brain abnormalities and hypopituitarism. It is known to be associated with

homeobox gene HESX1 mutation in some familial cases.

We experienced a case of SOD in a 23 year-old male who presented with short stature and delayed puberty.

The basal serum levels of testosterone and IGF-1 were low and the prolactin level was high. The combined

pituitary stimulation study revealed decreased growth hormone responses. Brain MRI revealed complete

agenesis of the corpus callosum, hypoplasia of the anterior pituitary gland and herniation of the third ventricle

into the pituitary fossa. On the neurologic and ophthalmologic examinations, there was no definite abnormality

except mild optic atrophy on the optical coherence tomography. Genetic analysis using polymerase chain

reaction with direct sequencing revealed no HESX1 mutation. (J Korean Endocr Soc 24:33~37, 2009)
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Table 1. Combined pituitary stimulation test
Glucose TSH Prolactin GH Cortisol ACTH LH FSH
(mg/dL)  (IU/mL) (ng/mL) (ng/mL) (ug/dL ) (pg/mL) (mIU/mL) (mIU/mL)
0 min 89 1.97 23.1 0.73 14.2 84 23 1.8
30 min 23 12.79 40.8 0.57 12.5 65 52 2.8
60 min 96 13.38 43.4 0.98 20.2 85 43 2.4
90 min 72 10.80 35.8 0.94 153 54 4.6 3.1
120 min 92 9.00 31.8 0.67 13.0 51 39 2.7
Interpretation appropriate  normal Basal hyperprolactinemia deficiency = normal normal  deficiency deficiency

and decreased response

to stimulation

Fig 1. Brain MRI. A, B. Tl-weighted sagittal view showed complete agenesis of corpus callosum and septum pellucidum.

Hypoplasia of anterior pituitary gland and ectopic location of posterior pituitary gland were observed. Herniation of infundibular

recess of the third ventricle into pituitary fossa was noted. C. There was no corpus callosum or anterior commisure in

T2-weighted axial view. D. Ectopic posterior pituitary gland was well visualized in T1-weighted coronal view.
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Fig. 2. Ophthalmologic examination. A. Visual field analysis showed generahzed reduction of sensitivity without significant

visual field defect in both eyes. B. Optical coherence tomography showed focal retinal nerve fiber layer defect in superior

segments of optic nerve head in both eyes (red arrow) suggesting mild optic nerve hypoplasia.
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Table 2. Primer sequences and polymerase chain reaction conditions for the HESX1 gene

Primer Sequence (5° — 3°) Annealing T (C)
Exon 1F AGCTGTTGCTCTGTGCAGACCACGAGA 65

Exon IR ACAAAGAATTGAAACAATTAAGCTGTGGCA

Exon 2F TGGAACATAAGATTGACCATCTAAGACA 55

Exon 2R AGCCTTTATATTATCATTATTGGGTGAA

Exon 3F AGCTCATTTTTGGAGACATACTTGAATA 60

Exon 3R TAACATTTCAACATCATGAATAACAACT

Exon 4F GAATAATAAAATAATGTTTCTGAGACCTAT 60

Exon 4R TCATGCTCTGCAATTAGAAGATAATTTCAC
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