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Procedure Resul t Units Ref erence | nterval

Hunti ngt on Di sease Whol e Bl ood

(HD) - Specinen

Hunti ngt on Di sease 27 CAG Repeats

(HD) Allele 1

Hunti ngt on Di sease 20 CAG Repeats

(HD) Allele 2

Hunti ngt on Di sease See Note fit

(HD) Interpretation

Result Footnote
f1: Hunti ngton Di sease (HD) Interpretation

Section 79-1 of New York State Civil Rights Law requires inforned consent be obtained frompatients (or
their legal guardians) prior to pursuing genetic testing. These forns nmust be kept on file by the
ordering physician. Consent forns for genetic testing are avail able at ww. arupl ab. com | nci dental
findings are not reported unless clinically significant but are avail abl e upon request.

Indication for Testing: Diagnostic or predictive testing for Huntington di sease (HD).

Interpretation: This individual has one allele in the nornal range and one allele in the nutable nornal
(internmedi ate) range. Thus, this individual is not at risk for devel oping Hunti ngton di sease (HD) but nay
transmt an expanded allele to of fspring. Expansion risk is influenced by the transmtting individual's
sex and CAG repeat size. Males with an internmediate allele of 27-33 CAG repeats have a less than 1
percent risk of transmtting a potentially disease-causing expanded allele to their offspring (see Senaka
2013; Semaka and Hayden 2014). Females with an internediate range allele have not been observed to have
of fspring with HD.

Recommendat i ons: Genetic consultation is recommended.

Ref er ences:

Semaka, A. et al. CAG size-specific risk estimates for internediate allele repeat instability in
Hunti ngton di sease. J Med Genet. 2013; 50:696-703.

Sermeka, A. and Hayden, M R Evi dence-based genetic counselling inplications for Huntington di sease
internediate allele predictive test results. Cin Genet. 2014; 85:303-11.
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This result has been revi ewed and approved by Rong Mao, M D.

Test Information
i1 Hunti ngt on Di sease (HD) Interpretation
Background I nformation for Huntington Di sease (HD) Miutation by PCR
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il:

Hunti ngton Di sease (HD) Interpretation

Characteristics: Neurodegenerative disorder 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.

I nheritance: Autosonmal dom 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.
Clinical Sensitivity and Specificity: 99 percent.

Met hodol ogy: Triplet 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.

Anal ytical Sensitivity and Specificity: 99 percent.

Limtations: OQher neurodegenerative disorders will not be detected. Diagnostic
errors can occur due to rare sequence variations. Interpretation of this test result
may be inpacted if this patient has had an all ogeneic stemcell transplantation

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 i nforned consent are recomended for genetic testing. Consent forns
are avail abl e onli ne.
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