A patient presented with pigmentation and generalized weakness
Dewan Saifuddin Ahmed,FCPS,MD,BSMMU,Bangladesh  Syeda Nur-E-Jannat,FCPS,MD,DMC,Bangladesh


 (
T Furuta et al., J Pai n Relief 2016, 5:3(Suppl) 
http://dx.doi.org/10.4172/2167-0846.C1.006
) (
International Conference on
Fibromyalgia and Chronic Pain 
(June 15-16, 2016   Philadelphia, USA)
)

 (
J Pain Relief
ISSN: 2167-0846 JPAR an open access journa
) (
Fibromyalgia 2016
June 15-16, 2016
) (
Volume 5, Issue 3(Suppl)
Page 40
)
Abstract (300 word limit)
X-linked adrenoleukodystrophy (X-ALD) is a devastating genetic disease with three main phenotypes (childhood cerebral forms, adrenomyeloneuropathy(AMN) and Addison disease(AD). Tuberculosis is the commonest cause of AD in underdeveloped countries whereas autoimmune destruction accounts for 75-80% cases in developed countries. This is the first case report of X-AMN/ALD in two brothers in Bangladesh confirmed by raised very long chain fatty acid (VLCFA). Our index patient of 19 years presented with anorexia, weakness, vomiting, weight loss for three years with increased pigmentation in perioral skin, lips, tongue, mucus membrane, palmar creases, knuckles, reduced scalp hair(figure-1a-d), postural hypotension, low BMI, was found to have low basal Cortisol (9.00 am),  ACTH >1250  pg/ml (normal<46), was diagnosed with AD. After three months he developed progressive spastic paraparesis along with cognitive declination and behavioral abnormality. His only brother was normotensive, clinically asymptomatic at presentation had only increased pigmentation on tongue, palmar crease, scanty scalp hair(figure-1,2a-d) and extensor planter reflexes. He had high ACTH(>1250 pg/ml) with normal basal cortisol (9.00am). Plasma VLCFA analysis revealed significantly high C26:0 with abnormal ratio of C24:0/C22:0 and C26:0/C22:0 in both brothers, with normal level in mother(table-1). MRI (T2 & FLAIR) showed bilateral hyperintense basal ganglia in index patient(Figure2:3a-c). Electrophysiological studies of nerve (SEPs, VEPs, BAEPs, NCS, EMG) were normal in both. Both were given steroid replacement. After three years, index patient became bed bound with slurred speech, urinary urge incontinence and his asymptomatic brother developed spastic paraparesis with cognitive impairment. None had gonadal impairment. Follow up MRI revealed lesion in brainstem in both along with atrophy of thoracic segment of spinal cord in index patient(Figure2:4a-f) and cerebellum, internal capsule involvement in his brother(Figure3:5a-d). Both were of pure AMN variety but due to presence of cognitive impairment and behavioral abnormality they can be categorized as rare cerebral variety of AMN.
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Figure1: Index patient (1a-d),increased pigmentation in tongue, lips, mucus membrane (1a), palmar crease (1b), leg (1c), reduced scalp hair (1d), In brother(2a-d) increased pigmentation in tongue (2a), palmar crease (2b), leg (2c), frontal scalp baldness (2d).
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Figure2:  Index patient: MRI of brain(3a-c) showing symmetrical increased signal intensity in basal ganglia (globus pallidus) region in T2&Flair.  Followup MRI of brain(4a-e) and spinal cord(4f) after three years showing symmetrical signal hyperintensity involving cerebral peduncle of mid brain (4a,4 b), pons (4c,4d,4e) in T2&Flair and atrophy of thoracic segment of spinal cord (4f) in T2 image
Table 1:  Plasma VLCFA analysis 
	Plasma VLCFA
	Index patient
	Brother
	Mother
	Reference Range(µmol/L)

	DocosanoicAcid (C22)
	34
	51.7
	42.2
	30-112

	Tetracosanoic Acid (C24)
	62
	73.4
	46.3
	14-80

	Hexacosanoic Acid (C26)
	4.21  H
	3.33  H
	1.08
	0.33-1.5

	C24:C22 ratio
	1.82   H
	1.42   H
	1.01
	0.44-1.05

	C26:C22 ratio
	0.125  H
	0.064  H
	0.026  
	0.005-0.030

	Phytanic acid
	0.56
	3.42
	4.98
	0.20-19.30

	Pristanic acid
	0.60
	0.38
	0.39
	0.00-2.00


[image: E:\case report conference 2020\ALD\Pannel C.jpg]
Figure3: Brother: followup MRI of brain after 3 years showing symmetrical signal hyperintensity involving cerebellum hemisphere (5a), cerebral peduncle of mid brain (5b,c), basal ganglia, posterior limb of internal capsule (5d) in Flair images
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