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Name: ANGHEL –CONCHA

First name: MOIRA ISABEL

Sex:

Age: 2 years and 1 month

Address: Bucharest 6, 2 Zorelelor Str, M 15, apt 15, CNP: 6060813420014 

Nr Observation chart: 56184

Admitted on date: September 17, 2008

Discharged: September 25, 2008

Diagnosis: Metachromatic Leukodystrophy – under observation. Severe progressive bipyramidal syndrome. Irritability
Code: G 37

Status at discharge from hospital: stationary

History: 

· Female infant aged 2 years and a month, admitted for the assessment of a progressive motor disorder, starting 4 months ago, with loss of independent walk and, recently, with the occurrence of disorders in prehension and control of the head.
Antecedents: 
· first child, no cases of consanguinity in the family;
· normal pregnancy, weight at birth: 3500g, difficult birth, obstetrical paresis of the left brachial plexus; rapidly discharged from hospital
· development within limits apparently normal/ slightly larger limits – sits from the age of 8 months, walks from the age of 1 year and 2 months, then affirmatively falls and resumes walk later;

· starting May the mother notices the girl starts walking cosit with MIS and then with MID
· June – injection with botulinic toxin, without results

· Subsequent progressive failure, stopped walking, cannot sit (for aprox 2 weeks now), motor failure in hands, less satisfactory control of the head;
· A recent MRI exam reveals anomalies of posterior bilateral SA (white substance), predominantly profound, interpreted as being linked to a possible perinatal hypoxia/anoxia

· Recently assessed by Dr Ciocea, who suggests that it might be a metabolic disorder, for which reason recommends further investigation
General Exam:

Satisfactory general state at admission into the hospital. PC 47 cm. Respiratory, cardiac and digestive balance, without organomegaly. Biateral genu valgum, bilateral var equin leg.

Neurological exam:

Cranial nerves: normal

Motricity: 

· under the difficult conditions of the examination – bipyramidal syndrome, crural > brachial,  control of the head is present though less ferm, prehension manifest but with certain peculiarities

· diffuse pyramidal hypertonia, predominantly in the lower limbs

· ROT present at MS and pattela (knee cap), not achilian (severe tricipital hypertonia at this level)

· Babinski present bilaterally

· Psychic: irritability, but the child is very attentive, good visual contact, suffering

Paraclinic examinations:

EEG without anomalies

Ophtalmologic exam  -  OS temporally discoloured papilla
Lab:

- urinary exam with toluidine blue – revealed rare metachromatic corpuscles in urinary epithelia

- clear PL-LCR, albuminorachia 0.76g %, 3.3 elem/mmc (limf), red cells 0, glicorachia 58,
- ammonemia 300mcg/dl (significantly increased values), lactic acid 94.1mg/dl (significantly increased values) – we cannot guarantee the accuracy and quick analysis of the samples

- biochemistry:  fosf alc 151, ALT 12, AST 41, CK 134, creatinine 0.48, urea 10, glycemia 80, Mg 2.7, Na 143, K6.6, phosphoremia 4.9, calcemia 10.2, total proteins 7.9

Treatment:

 This is a bipyramidal progressive syndrome, predominantly crural, but currently including MS and head control, with irritability without actual pshychic regression, without seizures, clinical suggesting leukodystrophy, hypothesis supported by the cerebral MRI exam which shows a predominantly posterior T2 hipersignal, that is however significant and is therefore less suggestive of a nonprogressive lesion. The imagistic aspect raised the suspicion of metachromatic leukodystrophy, and the LCR analysis, with the indication of the increased proteinrachia also supports this suspicion. The presence of the metachromatic corpuscles in the urinary epithelia also supports the diagnosis, but it is a qualitative confirmation method and is currently considered obsolete (it is the only one we have available).

The increased values of the ammonemia and lactate could however be linked to a delayed analysis of the samples  instead of an actual increase, but these should be repeated.
Given the present suffering of the child we opted for not testing the nervous transmission speed at the present time.

Indications:

1. A life regime suitable to the condition of the child. Excessive stimulation to be avoid. A mild kinetotherapy programme is recommended.

2. We propose treatment with rivotril to diminish hypertonia, with progressive dosage, starting with ¼ of a 2mg tablet in the evening for 5 days, ½ tablet daily (¼ + 0 + ¼), with which treatment will continue; if needed the dosage can be increased to 3 x ¼ per day (1.5 mg daily)
3. For the confirmation of the diagnosis, further tests must be done probably in a foreign hospital to determine:

- urinary level of sulphatides;

- level of arylsulfatase A in leukocytes, 

These tests are not available with us at the present time.

4. An examination after the return from abroad.
