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Case:15 year—old female

The patient was born to healthy and unrelated
parents after an uneventful delivery.

Early development was normal.

She walked unsteadily from the time she
begun to walk, and at 4 year—old, on the arrival at
our hospital, she had ataxic gait, dysarthria,
Intention tremor, and dysmetria.

She had also had mild spasticity and
iIntellectual disability.

She displayed slow, progressive, and mild
clinical course.



< General findings >

a short stature
(- 2.0SD : at birth— — 3.0SD : 11 year—old)

normal head circumference, normal teeth,
lack of cataract
< Laboratry findings >
blood gonadotropin level : normal
< Other examination >
Auditory brainstem responses : normal

Nerve conduction studies : hormal
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FLAIR image axial Syear—old




T2WI sagittal/coronal Syear—old




T1W axial 19year—old




T2W axial 15year—old
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T1WI sagittal / coronal 15year—old




DWI / ADCmap 15 year—old
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DWI / ADCmap 15 year—old
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Diagnosis

One of Pol Il -Related Leukodystrophies

Hypomyelination
with cerebellar atrophy

and hypoplasia of the corpus callosum
( HCAHC )
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Pol Il — Related Leukodystrophy
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4H syndrome : hypomyelination with hypogonadotropic hypogonadism and hypodontia
ADDH : Ataxia, delayed dentition, and hypomyelination

TACH : Tremor—ataxia with central hypomyelination

LO : Leukodystrophy with oligodontia

HCAHC : Hypomyelination with cerebellar atrophy and hypoplasia of the corpus callosum
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Sasaki M. et al. Diffuse cerebral hypomyelination

with cerebellar atrophy and hypoplasia of the corpus
callosum. Brain & Development 2009; 31:582-587.
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HCAHC : BEELFEEEMS

1) RNA Polymerase MY 1=+ykA-B(POLR3A-POLR3B)
#3—K9 3 POLR3A -POLR3B EIEFDLEE
- RIEFITIE POLRIAZER

2)RNA Polymerase III (Pol IIT)
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3)Pol Il — Related Luekodystrophy spectrum

Bernard G. et al. GeneReviews[Internet]. University of Washington, Seattle; Augst2, 2012.
Tetreault M. et al. The American Journal of Human Genetics. 2011; 89: 652-655.
Dumay—Odelot G. et al. Cell Cycle 2010; 9: 3687-3699.
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22 year—old male, POLR3A 17 year—old male, POLR3B 11 year—old male, POLR3A
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Take home point

-HCAHC
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