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Beckman Coulter BC-A63881 (60 ml)

: % R o
Agencourt AMPure XP kit Genomic BC-AG3880 (5 ml) AL
SuperScript Il Reverse Thermo Fisher 18064-014 (10,000 V) BEEEE
Transcriptase Scientific 18064-071 (4x 10,000 V) B -
MIDI 7 L — k(96-well storage Thermo Fisher
plates, round well, 0.8 ml) Scientific AB-0859
Agilent 2100 Bioanalyzer ToLY T /8 DNA1000, High Sensitibvity,
3 LLIEEER o—=X RNA 6000 nano¥ v 7 #{&
. Thermo Fisher Qubit dSSDNABR7 w4 Fv k
Qubit Fluorometer Scientific 4155
oo — —
Magnetic stand-96 Ambion AM10027 967XPCRITL— b + MIDI T
b %3 it
High Speed Micro Plate Shaker T E—T Y XP: Q-1808-0505 JL—broz—h—
BioShake XP/iQ T iQ: Q-1808-0506 (1,800 rpmMYAJ gE%E £ D)
Hybex Microsample Incubator AILZF SC-60-503 E—rJOvY
MIDI plate insert for heating AILSF BD-60-601 E— hIOwvs FA oH— k
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FRAVATL - RE Run&f=Y OHREY > TILH
MiSeq v3it 2 1
NextSeq 500 Mid Outputsz & ~5
NextSeq 500 High Outputi®Z& ~16
HiSeq 2500 + 1500 Rapid Runz®ZE ~24
HiSeq 2500 - 1500 High Outputis &2 ~160

*TruSeq RNA Access|d4-plexE ThEHE CEE (%K?*f?“%')—ld:4®1%§5l'6*§ﬁ§%éh$?’)\

* TruSeq RNA AccessldSet A&Set B& — D@t T4 Ty R T A Al BE

RS-301-2001 TruSeq RNA Access Library Prep Kit - Set A (124> T Y9 X, 4852 T )L)
KRS_301-2002 TruSeq RNA Access Library Prep Kit - Set B (124> Tv9 X, 484> 7)) )
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Transcript Differential
Assembly ' 6 Expression
(Cufflinks) (Cuffmerge) (Cuffdiff 2)

J
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TopHat2 v2.0.7, Bowtie 0.12.9, Cufflinks 2.1.1, Isaac Variant Caller 2.0.5, Picard tools 1.72
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mRNA-Brain-1 I
mRNA-Brain-2 Filters

MRNA-UHRR-2
MRNA-UHRR-1 I |log2(ratio)|
0.0 @430

Significant

correlation

2
| 3
\ Choose a value... v o
| J
3
Status §
’ E
0K~/ 8
Coding l UTR l Intron l Intergenic e
) . Gene
% Bases Aligned to Region
0% 25% 50% 75% 100% |
| ]
LungNormal2
Test ID Gene Locus Status log z(control FPKM) log ; (comparison FPKM) log; (Ratio) q Value Significant
XLOC_000987 - chr1:152020810-152021644 OK -10 2.99 1299 0.164383 x
LungTumort _ XLOC_001014 S100A9  chr1:153330329-153333503 OK 4.61 14.4 979  0.582102 x
XLOC_001015 - chr1:153359119-153359585 OK -10 2.23 1223 0.22233 x
LungTumor2 _ XLOC_001017 S100A1  chr1:153591275-153618799 OK 7.09 -10 17.09  0.264328 x
J XLOC_001018 CHTOP  chr1:153591275-153618799 OK 4.99 4.67 032  0.954448 x
XLOC_001019 SNAPIN  chr1:153631120-153643504 OK 4.61 4.11 05 0.957225 x
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GENES, CHROMOSOMES & CANCER 54:500-505 (2015)

Identification of a Novel PARPI4-TFE3 Gene Fusion
from 10-Year-Old FFPE Tissue by RNA-Seq

Weihua Huang,' Michael Goldfischer? Sabina Babyeva,' Yong Mao,’ Konstantin Volyanskyy,’ Nevenka Dimitrova,’
John T. Fallon,' and Minghao Zhong'*

Department of Pathology, Mew York Medical College Westchester Medical Center, Valhalla, NY
*Department of Pathology, Hackensack University Medical Center, Hackensack, M|
3Clinical Informatics Solutions and Services {(CISS), Philips Research North America, Briarcliff Manor, NY

Xpl | (TFE3) translocation renal cell carcinoma (RCC) is officially recognized as a distinct subtype of RCC in the 2004 WHO
classification. This neoplasm is characterized by several chromosomal translocations between the TFE3-involving Xpll.2
breakpoint and various fusion partners. To date, five partner genes have been identified, that is, PRCC in 1q21, PSF in 1q34,
ASPL in 17q25, CLTC in 17923, and NONO in Xql2; and three additional translocations have been reported with no partner
gene being defined: t(>G3)(p11;923), tOG10)(pl 1;923), and t(X;19)(pl1:ql3). Here, we report the identification of a novel
TFE3 fusion partner, PARPI4 in chromosome band3g2l. We used RNA-seq on a |0-year-old FFPE (formalin-fixed, paraffin-
embedded) tissue sample, which carried t(X3)(pl1;q23) as detected in the original cytogenetic study. The fusion transcript
connected the 5-end of the first two exons of PARPI 4 to the 3'-end of five exons of TFE3, which was verified by reverse
transcription PCR (RT-PCR) and Sanger sequencing. Similar to other TFE3 fusions previously reported, the predicted PARP/ 4-
TFE3 product retains the nuclear localization and DMNA-binding domains of TFE3. This finding expands the list of TFE3 trans-
location partner genes and re-emphasizes the essential oncogenic role of TFE3 fusion proteins in this tumor. Our result also
clearly demonstrated the feasibility of identifying chromosomal translocation by RMNA-seq in clinical FFPE, which are easily
accessible and associated with valuable clinical information.  © 2015 Wiley Periodicals, Inc.
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