Case presentation

MSUD
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* Plasma Aminoacid profile: Allo isoleucine:
220(<2um),Leucine:2140(48-195um),Valine: ? (83-
132um),Isoleucine:260(25-105um)
* Urine organic acid:2-hydroxyisovaleric acid=189mmol/molcr(>4),2-

ketoisovaleric acid=77.1mmol/molcr(>2),2-hydroxyisocaproic
acid=141mmol/molcr(>3.5),2-ketoisocaproic acid=59mmol/molcr(>2)

* Plasma Acylcarnitine profile: normal
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Test Results Summary s e
Primary/Diagnostic Sequence Variant(s) Detected (adgl) yiions (pantls Conadl 51)10 s1o ygamlige
Variant coordinates Ml;ll::::ﬂ:er
Chrl-100671999 A G
.120942T>C L
dbSNP rsID* ACMG/ClinVar Classification’ Zygosity* Inheritance”
- Pathogenic / NR Hom AR
Incid I/S dary Seq Variant(s) D d (a3 936) yiaS purniid Condl g1yl0 b (ygamlige
Gene Variant coordinates Associated disease Ml;lnl:notyge
dbSNP rsIDa ACMG/ClinVar Classification” Zygosity" Inheritance”

a All variants with dbSNPrsID numbers have minor allele frequencies less than 0.5% unless otherwise stated

b AD=A 1 Domis ; AR=, 1 R ive; XL=X-Linked; XLR=X-Linked Recessive; DR= Digenic Recessive
c Het: i WT=Wild Type

d VUS=Variant of Uncertain Significance, R= Reported, NR= Not Reported

Current homozygous mutation in DBT gene (NM_001918:exon9: ¢.1209+2T>C) which probably has splicing effect, has not
been previously reported in ClinVar. However, it is pathogenic based on most predictors. This mutation still needs to be

confirmed in patient and parents by Sanger sequencing.
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* Weight:10600g(<5thpercentile),Height:88cm(25thpercentile),Head circumference:48cm
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Leu=42.6(48-175), Allo-isoleucine=1.1(<2),Isoleu=22.5(22-105),Val=44.1(83-312) °
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