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Short-term outcomes in medium-chain acyl-CoA dehydrogenase (MCAD) deficiency:

Use of along-term follow-up database
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Abstract

To improve outcomes from newborn blood spot screening (NBS), metabolic clinicians in states participating in the
HRSA-funded Region 4 Genetics Collaborative (IL, IN, KY, MI, MN, OH, WI) agreed that they would collaborate in

gathering data about children after NBS. Our initial goals from this activity were twofold: we wanted to show that I I . h I N B
metabolic practitioners could efficiently gather information about patient outcomes in a systematic fashion and we I g e r Va u e S O n are
wanted longitudinal information about clinical outcomes after NBS. We initiated data collection in January 2007

Hypotheses developed to assess associated with more
Initial data collection on MCAD symptoms/laboratory findings

A>G homozygotes.

Results: As of May 2009, 42 infants ascertained by NBS (with C8 as the informative value) had entries with
information about lab abnormalities or other symptoms at the time of initial metabolic presentation. Of the 21

patients with the lowest C8 values (range 0.4-8.69, “lo”) 17 had 2 mutations ascertained; 5 were 985 A>G d efi C i e n C a ie n S + "lO” range patients: 18 had no labs done, no abnormal labs
homozygotes. Of the 21 patients with the highest C8 values (range 8.97-38.8, “hi”) 16 had two mutations y p

ascertained; 11 were 985 A>G homozygotes. Of the 21 lo range patients, one was noted to have abnormal liver and/or had no Symptoms

function tests, one had respiratory distress due to prematurity, one was admitted for possible apnea but apnea . _ ; : . :

was not confirmed. All others had no labs done, no abnormal labs and/or had no symptoms. Of the 21 hi range 1 - abnormal liver function tests; dehydratlon

patients, six had either a lab abnormality or symptom (lab findings: (lab values suggesting) dehydration, . . . — 1 - respiratoryv distress due to prematurit

hypoglycemia, elevated liver function tests; symptoms: loose stools, fever, pallor, limp, poor breast-feeding.) Of ‘ C h I I d re n W I t h t h e h I g h eSt C8 p y _ P y _

these, three had both a lab abnormality and symptom. — 1- admitted for possible apnea but apnea was not confirmed, poor
We conclude that a long-term follow-up database can be successful in ascertaining systematic data about S C r ee n I n g V al u eS W I I I b e I I l O St feedlng'

shortterm follow-up for children with inborn errors of metabolism. Further, though preliminary, higher C8 values on . “hi" range patientS' 14 had no |abS done no abnorma| |abS
NBS for MCAD deficiency are associated with a higher risk of being 985 A>G homozygote and having a . ] '

symptom or lab abnormality at the time of NBS. Syl I l pto | I l atl C and/or had no symptoms

— 1 — loose stools

e The hi 0 hest C8 values will be _ 1 — dehydration and irritablity
— 1 — fever, irritability and hypoglycemia

fo un d I nC h I I d ren Wh O are 985 — 1 — pallor, limp, poor feeding, hypoglycemia
Reg | on 4 Col Iaborato IS: A>G h OoOmo Zyg OteS — 1 — poor breast feeding, lethargy, hypoglycemia, uric acid elevated
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— 1 - hypoglycemia
— 1 - Jaundice

our Priority 2 Project Workgroup Methods for collecting project infants with “hi” C8 value on NBS

Metabolic Clinicians and State Health Department NBS data usina the IBEM-IS .
Specialists J are more likely to be 985 A>G
homozygotes
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