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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

SMA Copy Number, Speci nen Cul tured Ammi o

SMA Copy Number, SMN1 Copi es 0 copies”

SMA Copy Number, SMN2 Copi es 2 copies

SMA Copy Nunber,Interp See Note f2it?

Result Footnote

f1: 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 contam nation.
f2: SMA Copy Nunber, Interp

Indication for testing: Prenatal diagnosis.

Resul t:
SMN1 gene copies: 0
SM\2 gene copi es: 2 copies

Interpretation: According to infornation provided to ARUP, the nother and father of this fetus are both
carriers of spinal nuscular atrophy (SMA), each harboring one copy of the SMN1 gene. No copies of the
SMN1 gene were detected by nultiplex |igation-dependent probe anplification (M.PA) in this prenatal

sanpl e; therefore, this fetus is predicted to be affected with spinal nuscular atrophy (SMA). Two copies
of the SMN2 gene was/were detected by M.PA. Al though SMN2 copy nunber is inversely correlated with

di sease severity, it cannot be used to predict phenotype with certainty. dinical findings and di sease
severity are variable.

Recommendat i ons: Genetic consultation is indicated, including a discussion of nedical screening and
managenent. Adult fam |y nenbers should be offered SMA carrier screening.

This result has been reviewed and approved by
Test Information
i1: SMA Copy Nunber, Interp
BACKGROUND | NFORMATI ON: Spi nal Muscul ar Atrophy (SMA) Copy
Nunber Anal ysis, Fetal
CHARACTERI STI CS: Spi nal muscul ar atrophy (SMA) is the nost common | ethal genetic
di sease in children. It is characterized by progressive nuscle atrophy and weakness,
poor weight gain, restrictive lung disease, scoliosis, and joint contractures due
to degeneration of |ower notor neurons and brain stemnuclei. Onset ranges from
before birth to young adul thood and severity is highly variable. Individuals with
SMA have no functional copies of the SWN1 gene either due to honbzygous | oss of SM\L
fromdel eti on or gene conversion (95 percent) or |oss of one SMN1 gene and a
pat hogeni ¢ sequence variant in the other (5 percent). The SMN2 gene produces a smal
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| nf or mat i on

il:

SMA Copy Number, Interp

amount of functional survival notor neuron protein conpared to SWNL. An increased
nunber of SMN2 gene copies nmay reduce di sease severity but phenotype cannot be
predicted with certainty.

| NHERI TANCE: Aut osomal recessi ve.

CAUSE: Pat hogenic variants in the SWMN1 gene.
VARI ANTS TESTED: For copy number: SMNL (NM 000344.3) exon 7 c.840C and exon 8
€c.*239G and SMN2 (NM 017411.3) exon 7 c. 840T.

CLI Nl CAL SENSI TI VI TY: 95-98 percent.

METHODOLOGY: Mul tiplex |igation-dependent probe anplification (MPA)
ANALYTI CAL SENSI TIVITY AND SPECI FICITY: 99 percent.

LI M TATIONS: Diagnostic errors can occur due to rare sequence variations. Single
base pair substitutions, snall del etions/duplications, regulatory region and deep
intronic variants will not be detected. SMN\2 copy nunbers greater than 3 nay not be
reliable distinguished. This test is unable to deternine chronosonal phase of SWM\1L
or SMN2 copi es.

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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