ARUP LABORATORIES | aruplab.com PATIENT REPORT
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. ) ) Patient Age/Sex: Female
Jonathan R. Genzen, MD, PhD, Chief Medical Officer
Speci nen Col | ected: 12-Sep-22 13:15
Dysaut onomia, Familial (ELP1) 2 | Received: 12-Sep-22 13:16 Report/ Verified: 12-Sep-22 13:54
Vari ants
Procedure Resul t Units Ref erence Interva

Fam Dysaut ononi a ( ELP1), Speci men Wol e Bl ood
Fam Dysautononia (ELP1l),Allele 1c.2204+6T>C"
Fam Dysautononia (ELP1l),Allele 2 Negative
Fam Dysautonom a (ELP1l),Interp See Note flil

Result Footnote
f1: Fam Dysautononmia (ELP1), Interp

Indication for testing: Carrier screening or diagnostic testing for famlial dysautononi a.

Positive: One pathogenic variant, c.2204+6T>C, was detected in the ELP1 gene; therefore, this individual
is at least a carrier of famlial dysautonom a. Genetic counseling is recommended. This individual's
reproductive partner should be offered screening for the disorder. At-risk fam ly nenbers shoul d be
offered testing to deternmine carrier status for the identified variant.

This result has been revi ewed and approved by Yuan Ji, Ph.D.

Test Information

i1: Fam Dysautonomi a (ELP1), Interp
BACKGROUND | NFORVATI ON:  Dysaut onomi a, Fanmilial (ELP1),

2 Variants

CHARACTERI STICS: Familial dysautonomia is a debilitating di sease caused by abnorna
devel opnent and survival of sensory, synpathetic, and parasynpathetic neurons.
Synpt ons include gastrointestinal dysfunction, vomiting and autonom c crises,
recurrent pneunonia, altered sensitivity to pain and tenperature, scoliosis, and
cardi ovascul ar instability. Qther characteristics include infantile hypotonia,
deteriorating wi de-based ataxic gait, and decreased |ife expectancy.
INCIDENCE: 1 in 3,600 Ashkenazi Jew sh individuals.
| NHERI TANCE: Aut osonal recessive.
CAUSE: ELP1 pat hogenic variants.
VARI ANTS TESTED: p. R696P (c.2087G>C) and c.2204+6T>C.
CLINI CAL SENSI TIMITY: 99 percent in Ashkenazi Jew sh individuals, unknown in other
ethnicities.
METHODOLOGY: Pol yrmerase chain reaction (PCR) and fl uorescence nonitoring.
ANALYTI CAL SENSI TIVITY AND SPECI FICITY: 99 percent.
LI M TATIONS: Variants other than p. R696P (c.2087GC) and c.2204+6T>C wi ||l not be
detected. Diagnostic errors can occur due to rare sequence vari ations.

This test was devel oped and its performance characteristics determ ned by ARUP
Laboratories. It has not been cleared or approved by the U S. Food and Drug
Admi nistration. This test was performed in a CLIA-certified | aboratory and is

i ntended for clinical purposes.

*=Abnormal, #=Corrected, C=Critical, f=Result Footnote, H-High, i-Test Information, L-Low, t-Interpretive Text, @=Performing lab
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Counsel ing and inforned consent are recomended for genetic testing. Consent forns
are avail able online.
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