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I l u m i n a
Physician and Patient Information
Physician name: George Besser, D.O.
A d d r e s s :

P a l o A l t o M e d i c a l F o u n d a t i o n
4 0 5 0 D u b l i n B l v d

D u b l i n
CA, 94568
P a t i e n t n a m e : K . T h o m a s P i c k a r d
P a t i e n t D O B : 1 9 6 3 - 1 0 - 0 8
Patient gender: M
Indication for testing: Risk Assessment

Sample Informat ion
Sample barcode: PG0001189-BLD
Sample type: Blood - Paxgene
Sample origin: Germline
C o l l e c t i o n d a t e : 2 0 1 3 - 11 - 2 0
R e c e i v e d d a t e : 2 0 1 3 - 11 - 2 1

Report date: 2013-12-07
R e f e r e n c e : N C B I 3 7

S N P A s s e s s m e n t

To t a l T i / T v H e t / H o m % in dbSNP % in Genes % in Exons % in Coding

3,447.773 2 . 0 8 1.61 9 8 . 7 9 % 3 8 . 4 7 % 1 . 3 2 % 0 . 5 6 %

i n d e i A s s e s s m e n t

To t a l H e t / H o m % in dbSNP % in Genes % in Exons % in Coding

I n s e r t i o n s 134 ,992 1 . 5 8 8 5 . 2 3 % 3 9 . 9 9 % 1 . 1 6 % 0 . 1 5 %

D e l e t i o n s 176 ,714 2 . 2 9 8 9 . 0 8 % 4 0 . 2 3 % 1 . 0 8 % 0 . 1 3 %
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V a r i a n t S t a t i s t i c s

: S N V s D e l e t i o n s I n s e r t i o n s

T o t a l N u m b e r 3 , 4 4 7 , 7 7 3 1 7 6 , 7 1 4 134 ,992

N u m b e r i n G e n e s 1 , 3 2 6 , 2 8 2 7 1 , 1 0 0 5 3 , 9 7 8

N u m b e r i n E x o n s 4 5 , 5 4 2 1 ,903 1 ,567

Number in Coding Regions 19 ,204 2 2 3 1 9 9

N u m b e r i n U T R 2 6 , 3 3 8 1 ,680 1 ,368

Splice Site Region 2 , 3 8 9 9 6 9 2

Stop Gained 7 9 0 0

Stop Lost 3 4 0 0

F r a m e s h i f t 0 1 0 6 1 3 1

Non-synonymous 10 ,205 5 3

Synonymous 8,988 0 0

Indel Length Distribution
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i l l u m i n a
Sequencing Library and Read Specifications
Below are statistics that describe the short-read sequencing library prepared from
the submitted sample. Also indicated are sequencing read type and read length(s).

Fragment Length Median: 336
Fragment Length SD: 112
Read Type: Paired-end
Read Length: Read 1 = 100 bases, Read 2 = 100 bases

Data Volume and Quality
Yield (Gigabases) % Bases > Q30

Passing Filter 1 3 1 . 9 9 8 8 . 0 4 %

Passing Filter and Aligned 1 2 4 . 9 4 8 8 . 7 2 %

The table above provides a summary of the sequencing experiment showing the
total volume of bases sequenced, the fraction of bases with Phred-scale qualities
greater than or equal to 30 and the fraction of bases that aligned to the reference
human genome. Figure below shows the distribution of aligned basecall qualities.

Passing Filter and Aligned Basecall Quality Score Distribution
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Non-N Reference Coverage Distribution
The figure and table below summarize coverage of ungapped regions of the
human reference genome with unique DNA fragments. Each base in the reference
genome is sequenced and mapped to the human genome an average of 30
times(x). represented by the mean depth. Also shown are the fraction of bases
that are covered at or above 5x and 10x, and the fraction of bases where a
genotype call was made.

5 I ^ 1 i 1 1 i r

Sequencing Depth

% Cal lab le
Average
Coverage

% > 5x
c o v e r a g e

% S l O x

c o v e r a g e

% > 20x
c o v e r a g e

N o n - N R e f e r e n c e 9 5 . 8 7 % 43.0BX 9 9 . 3 8 % 9 9 . 1 3 % 9 8 . 1 7 %

Me thodo iogy
Sequence data were generated from extracted DNA using the lllumina HiSeq line
of instruments. Briefly, DNA was fragmented, and the fragments were attached to
the surface of a glass microscope slide. The fragments were then sequenced
using fluorescently labeled nucleotides, which were excited by a laser and imaged
using digital equipment.

©2013 lllumina, Inc. All rights reserved.
Pipeline version: v2.0.12

Page 5



B a r c o d e : P G 0 0 0 1 1 8 9 - B L D

Physician: George Besser, D.O.

i l l u m i n a '
These fragments were then assessed for quality using a variety of metrics to
ensure that only robust sequences were analyzed. Fragments were aligned to the
NCBI reference sequence. Sequenced fragments were excluded from the analysis
on the basis of quality and alignment scores. Each nucleotide site reported was
sequenced an average of 30 times, so there was on average 30-fold redundancy
for each base pair reported. Additionally, no positions were called when the
genotype quality score was less than 30.

lilumina. Inc. made rigorous efforts to report a high quality consensus sequence,
however due to a variety of factors, this genome report should not be considered
complete or perfect. The regions of the genome not reported here include regions
where the human reference genome has not been completely resolved, or are
duplications of genetic regions make it impossible to align the fragments
accurately. Although the error rates for this kind of technology are believed to be
quite low, the sequence provided here cannot be considered as diagnostic.
Clinical action for any variants of potential medical concern should only be
considered after further investigation confirms the presence of the variant using
alternative, more focused testing specifically developed for that variant. This test
was developed and its performance characteristics determined by lilumina Clinical
Services Laboratory. It has not been cleared or approved by the U.S. Food and
Drug Administration.
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Philip D. Cotter, Ph.D., FACMG
Director, Clinical Laboratory
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