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Histrdescribed in 1967 as ‘neonatal catastrophy
Wibig ele {a ed urine methylmalonic acid, severe
ELO __65|s unresponsive to Vitamin B12
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= -:'—f Descrlbed in 1969-70 with Adenosylcobalamin
deﬁuency with homocystinuria, cystathioninuria,
& hypomethioninuria
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1348 — _OO live infants
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SAVilese __'O nzyme defects;

Iues p :-" -I'aI defect
il ur Ecomplete deficiency
=7 @Cbl Synthesis defects;
= —=ébIA & cblB
~ e Defects of AdoChl & MeChl ;
cblC, cblD & cblF
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SNV e \/JJ’F~ onic Acidemia ONLY;
mlJr~ rrE O cblA, & cblB
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== ‘1malon|c Acidemia PLUS;
ocystlnurla

cbIC cblD & cblF



B J\/JerrJJO Stroke

o J\/Jégfjlos: =astlc Anemia

~ (cblC most common)
==k orrhaglc Pancreatitis

L — g——!
pesmm—

'J ~hron|c Renal Failure
-~ (B12 non-responders most common)

¢ Osteoporosis
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20600% off Adolescents witt "n'on'12 responsive
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om T;E O 8% B12 responsive
tmut- 0-10% B12 responsive

- cblA ~90% B12 responsive
cblB ~40% B12 responsive
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~Po __.c I Symptoms
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1gh Blood Pressure

_, — Poor Growth
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~ Electrolyte Imbalances
Hard to control Acidosis
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smmon kidney: biopsy ﬁndmg =
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— *U'elate with elevated MMA levels
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e MMA potentially the cause of tubular
damage
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B2 JJOE Responders for sure
0 J\/Jomror" & Blood Pressure

= 24 hour Creatinine Clearance
-~ MMA levels ???
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LW Protel 1 Diet
) erJJ a||ot|cs to clear Gut Bacteria
-r/ nltlne supplements
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‘ *‘_“‘reat eIevated Uric acid levels







