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How are patients investigated?How are patients investigated?

Majority P onlyMajority P onlyQuant limited no.Quant limited no.FF

QualQual TLCTLCEE

TMS TMS –– 2000 p.a.2000 p.a.DD

U orgsU orgsPrefPref prepre--lunchlunchQuant limited no.Quant limited no.CC

Majority P onlyMajority P onlyQuant if betterQuant if better
marker than Pmarker than P

BB

No cold P No cold P reqreqQualQual HVEHVEAA

Paired U+PPaired U+PPlasma (P)Plasma (P)Urine (U)Urine (U)LABLAB



Plasma Plasma aaaa’’ss--what patient groups?what patient groups?

YesYesYesYesYesYesFF

NoNoYesYesYesYesEE

NoNoYesYesYesYesDD

EvalEval new new 
baby feedsbaby feeds

YesYesYesYesCC

NoNoYesYesYesYesBB

NoNoYesYesFollow up Follow up abnabn urineurineAA

NutritionNutritionMonitoringMonitoringDiagnosisDiagnosisLABLAB



ReportsReports

Used to report all. Now Used to report all. Now qualqual report if all report if all 
normal.  Levels of significant/relevant normal.  Levels of significant/relevant aaaa’’ss **

DD

Own Ref values, interpretation & adviceOwn Ref values, interpretation & advice
PKU PKU –– partial profile, occasional full profilepartial profile, occasional full profile

CC

Levels & interpretive comment & conclusionsLevels & interpretive comment & conclusions
FI  will contact & discuss, not on reportFI  will contact & discuss, not on report

BB

Partial profilesPartial profilesAA
ReportReportLABLAB



Reports Reports -- continuedcontinued

Interpretive comment even to specialist Interpretive comment even to specialist 
physician.*physician.*
Compare with previous resultsCompare with previous results

FF

Interact with clinicians & offer appropriate Interact with clinicians & offer appropriate 
additional tests.  Rest of country uses MSMS additional tests.  Rest of country uses MSMS --
no clinical interactionno clinical interaction

EE
ReportReportLABLAB



TechnologyTechnology

Like all on TMS.  Would lose extraneous info Like all on TMS.  Would lose extraneous info 
from from aaaa profile & BUN.profile & BUN.
Working on home specimen BS paper collectionWorking on home specimen BS paper collection

FF

Love to know comparison between IEC & TMS!Love to know comparison between IEC & TMS!EE

No replacement for IEC yet.  No replacement for IEC yet.  
LC/MSMS close but needs fine tuning.LC/MSMS close but needs fine tuning.

DD

TMS not ripe yet.  CanTMS not ripe yet.  Can’’t beat IEC.t beat IEC.CC

HPLC & HPLC & NinhydrinNinhydrin.  MSMS still problematic..  MSMS still problematic.BB

GCMS backup for IEC MSUD profilesGCMS backup for IEC MSUD profilesAA



Other commentsOther comments

CSF quant should include Ser, CSF quant should include Ser, GlyGly, , GlnGln & & ThrThr
minimum in early onset seizures & or minimum in early onset seizures & or microcephmicroceph

FF

Quoted Quoted ££100K for BIOCHROM!100K for BIOCHROM!EE

Patients tested cheaper & more efficiently with Patients tested cheaper & more efficiently with 
urine TMS.  Many IEC panels are overkill!urine TMS.  Many IEC panels are overkill!

DD

Bloodspot precision not good enough for Bloodspot precision not good enough for 
unstable patientsunstable patients

CC

Good recommendations from ERNDIM & ACMGGood recommendations from ERNDIM & ACMGBB

HVE old method but effectiveHVE old method but effectiveAA



Other comments Other comments -- continuedcontinued

4 USA labs; calibration & control expectations 
from lab inspectors:

•More than 1 level control daily
•Calib, Hi & Lo QC each run (24 hrs)
•Carryover issue
•Try to fit IEC quirks into general chemistry 
testing
•Checklists “force fit” into BCG practices
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