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Speci nen Col |l ected: 29-Cct-25 14:15

Gal actosenia (GALT) 9 Mutations, |Received: 29-Cct-25 14:15 Report/ Verified: 04-Nov-25 10:54
Fet al

Procedure Resul t Units Ref erence | nterval
Gal act osemi a (GALT) DNA Pan, Cul tured Ammi o

Fetal Spec

Gal actosemia (GALT) Allele 1 QL88R”

Gal actosemia (GALT) Allele 2 L195P "

Gal actosemia -Ethnicity Caucasi an
Gal act osenmi a - Synpt ons Unknown

Gal actosem a -Famly History Yes

Gal act osem a (GALT) DNA Panel See Note ftit
Interp

Mat er nal Cont ami nati on Study Fetal Cellsf?
Fetal Spec

Mat er nal Contam St udy, Maternal  \Wol e Bl ood
Spec

Result Footnote
f1: Gal act osem a (GALT) DNA Panel Interp

Indi cation: Prenatal diagnosis

According to information provided to ARUP, the nother of this fetus carries the GALT gene variant QL88R
and the father of this fetus carries the GALT gene variant L195P. Both the QL88R and the L195P fam li al
variants were identified in this prenatal sanple. Thus, this fetus is predicted to be affected with
classic gal actosenia. Genetic consultation is recommended.

This result has been reviewed and approved by
f2: Mat er nal Cont ami nation Study Fetal Spec

Single fetal genotype present; no maternal cells present. Fetal and maternal sanples were tested using
STR markers to rule out maternal cell contamni nation.

Test Information
il: Gal act osem a (GALT) DNA Panel Interp
BACKGROUND | NFORMATI ON: Gal actosemi a (GALT) 9 Mutations

CHARACTERI STI CS: Affected infants present at 3-14 days old with poor feeding,

vom ting, diarrhea, jaundice, |lethargy progressing to coma, and abdoni nal distension
wi th hepatonegaly usually followed by progressive liver failure. Patients with

gal actosenia are also at increased risk for E. coli or other gram negative neonata
sepsis. Diagnosis is made by neasuring GALT enzyne activity in red blood cells.

| NCl DENCE: Approxi mately 1 in 30,000 to 60,000 for classic galactosema in
Caucasi an, varies in other popul atons.

| NHERI TANCE: Aut osonal recessive.

PENETRANCE: 100 percent for severe GALT nutati ons.

CAUSE: Mutations in the GALT gene.
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Test Information
i1 Gal act osemi a (GALT) DNA Panel Interp
MUTATI ONS TESTED: Seven GALT gene nutations (QL88R, S135L, K285N, T138M L195P
Y209C, and IVS2-2 A>G and two variants (N314D and L218L).
CLI NI CAL SENSTI VI TY: Approaches 80 percent in Caucasians but reduced in other ethnic
groups.
METHODOLOGY: Pol ynerase chain reaction foll owed by single nucleotide extension (SNE)
and capillary el ectrophoresis.
ANALYTI CAL SENSI TIVITY: 99 percent for nutations |isted.
LI M TATI ONS: GALT gene nutations, other than the 9 targeted, will not be detected.
Di agnostic errors can occur due to rare sequence variations.

This test was devel oped and its performance characteristics determ ned by ARUP
Laboratories. It has not been cleared or approved by the US Food and Drug

Admi nistration. This test was performed in a CLIA certified |aboratory and is

i ntended for clinical purposes.

Counsel ing and inforned consent are recomended for genetic testing. Consent forns
are avail abl e onli ne.
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