


ARUP LABORATORIES | aruplab.com Patient Report
500 Chipeta Way, Salt Lake City, Utah 84108-1221
phone: 801-583-2787, toll free: 800-522-2787

i . Patient Age/Sex: Female
Tracy |. George, MD, Chief Medical Officer

Result Footnote

T1: GALT Interp
Elsevier J, et al. The ©188&R mutation in human galactose-1-phosphate uridylyltransferase acts as a
partial dominant negative. J Biol Chem. 1996;271[(50):32002-32007.

Lai K, et al. The biochemical rcle of glutamine 188 in human galactose-l-phosphate uridyltransferase. J
Bicl Chem. 1999;274(10) :6559-6566.

Relchardt J, et al. Molecular characterization of two galactoszemla mutatlons: correlation of mutaticns
with highly conserved domains in galactose-l-phosphate uridyl transferase. Am J Hum Cenet.
1991;49(4) :860-8367.

Riehman K, et al. Relationship between genotype, activity, and galactose sensitivity in yeast expressing
patient alleles of human galactose-1-phosphate uridylyltransferase. J Biol Chem.
2001;276(14) :10634-10640.

Vigglano E, et al. Clinlcal and molecular spectra in galactosemlc patients from necnatal screening in
northeastern Italy: structural and functional characterization of new variastions in the
galaclose-l-phosphale uridyllransferdss (GALT) gene. Gene . 2015;559(2) :112-118.

This result has been reviewed amd approved by _

Test Information
11: GALT Interp

BACKGROUND INFORMATION: Galactosemia (GALT) Sequencing and
Deletion/Duplication

CHARACTERISTICS: Gzlachosemia Lype 1 1s a disorder of galactose metaboelism resulting
from galactose-1-phosphate uridyltransferase (GALT) deficlency and includes
phenctypes of c¢lassic galactosemia, clinical variant gazlactosemia, and benign
variant galactosemia. Classic galactosemia and clinical variant galazctosemia may be
life -threatening znd clinical findings can include diarrhea, feeding prcblems,
failure ta thrive, hepatocellular darags, bleeding, sepsis, or neanatal death. 2
lactose-restricted diet 1s reguired and typically prevents necnatal ccmplicaticns
when initiated in first days of life. Even with adequate early treatment,
individuals with classic galactosemiz are at ilncreased risk for develcpmental
delays, speech disorders, wotor functicn issues, and females commonly have premature
ovarian insufficiency. Individuals with c¢linical variant galactosemia who have
received adequate esarly treatment may not be at risk for long-term complications.
Benign variant galactosemia, the most common form being Duarte variant galactosemia
(alsc known as D/G galactesemia) is associated with partizl deficiency in
erythrocyte GALT enzyme, but is typically not associated with clinical disease;
thus, dietary therapy is cften not reccommended.

EFIDEMICLOGY: Prevalence of <¢lasgslc galactosgemla 1s 1 1n 48,000 1n the U.S.
CAUSE: Pathogenic biallelic germline variants in the GALT gene.

INHERITANCE: Autcsomal recessive.
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