4 H leukodystrophy
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1. Neurological symptoms/sign
2. Non-neurological symptoms/sign

Tago1nN15N1 neurological Usznev e developmental delay (52%),cerebellar dysfunction
(intension tremor, dysmetria, gait ataxia), pyramidal and extrapyramidal signs, (wheelchair dependence ~
48%) ,varied in cognition, epilepsy (19%)

AIUDINTN non-neurological 152nou'11/#78 dental abnormalities (87%); Natal teeth (19%),
delayed dentition with abnormal order of deciduous tooth eruption (71%), hypodontia (72%), delayed

puberty or primary amenorrhea (70-80%), progress myopia
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1. Genetic testing: mutation of POLR3A or POLR3B gene
2. MRI finding: 3¢ WU hypomyelination (hyperintensity of entire white matter) ﬁ”J‘} INMRI LAY
spare NAWHU optic radiation ANV thinning of corpus callosum 1a2/130 cerebellar
J Y
atrophy 3748

3. Dental X-ray, Lab W IUINY hypogonadotropic hypogonadism, 539611

T5nlu1dv04 endocrine ﬁ’é)i]%WiJ’thﬂ’JEJﬂileﬁﬁﬂﬂlu‘Hudil’é)ﬁ congenital hypogonadotropic
hypogonadism REAYEY incomplete or absence of puberty, low FSH and LH level, no response to pituitary
stimulation with GnRH 114A18193) GH deficiency $auaae 18 ualilidaUnd anterior pituitary hormone
?J"uq mssnelimssnyuniion hypogonadotropic hypogonadism ﬁlmﬁaiﬁﬁu pulsatile GnRH 30

gonadotropin therapy 138 hormonal replacement
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