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Procedure Resul t Units Ref erence I nterval
Mat er nal Cont ami nati on Study Fetal Cellsf?

Fetal Spec

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

Spec

Hunti ngton Di sease Fetal Cul tured Ammi o

Speci nmen

Huntington Disease Fetal Allele 45

1

Huntington Di sease Fetal Allele 19

2

Hunti ngton Di sease Fetal See Note f2 it

Interpretation

Result Footnote
f1: Mat ernal Contanmi nation Study Fetal Spec

Single fetal genotype present; no maternal cells present. Fetal and maternal sanples were tested using
STR markers to rule out nmaternal cell contam nation.
f2: Hunti ngt on Di sease Fetal Interpretation

Indication for Testing: Prenatal diagnosis for Huntington di sease (HD).

Interpretation: According to infornation provided to ARUP Laboratories, the nother of this fetus is
reported to harbor an HTIT allele with 45 CAG repeats. One HIT allele in the full penetrance affected
range and one HTT allele in the normal range were identified in this prenatal sanple. This result is
consistent with a diagnosis of Huntington disease (HD) in this fetus.

Recommendat i ons: Genetic consultation is recommended.

Pl ease send any postnatal outcones concerning this prenatal result to ARUP Genetic Counseling fax:
801-584-5236.

This result has been reviewed and approved by

Test Information
i1 Hunti ngt on Di sease Fetal Interpretation
BACKGROUND | NFORMATI ON: Hunti ngt on Di sease (HD) CAG Repeat

Expansi on, Fetal

CHARACTERI STI CS: Neur odegener ati ve di sorder causing progressive cognitive, notor,

and psychiatric disturbances typically beginning at 35-44 years of age. An estimated
5 percent of individuals with HD are synptomatic as juveniles and 25 percent of

i ndi vidual s after age 50.

I NCI DENCE: 1 in 15, 000.

| NHERI TANCE: Aut osoral domi nant .

CAUSE: Expanded nunber of CAG repeats in the HIT gene. HD allele with reduced

penetrance 36-39 CAG repeats; HD allele with full penetrance 40 or nore CAG repeats.
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| nf or mat i on

il:

Hunti ngt on Di sease Fetal Interpretation

CLINI CAL SENSI TIVITY AND SPECI FICITY: 99 percent.

METHODOLOGY: Tripl et repeat-prined polynerase chain reaction (PCR) foll owed by size
anal ysis using capillary el ectrophoresis. Repeat sizing precisionis +/- 2 for
alleles less than or equal to 50 repeats, +/- 3 for alleles with 51 to 75 repeats,
and +/- 4 for alleles greater than 75 repeats.

ANALYTI C SENSI TI VITY AND SPECI FI CI TY: 99 percent.

LI M TATI ONS: O her neurodegenerative disorders will not be detected. Diagnostic
errors can occur due to rare sequence variations. Prenatal specinens with materna
cell contam nation may give fal se-negative results.

Phenot ype Nunber of CAG Repeats
Normal allele | ess than or equal to 26
Mut abl e normal (internediate) allele 27-35
HD allele with reduced penetrance 36- 39

HD allele with full penetrance greater than or equal to 40

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.

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