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Historia Clinica

» Paciente mujer de 36 anos

» Antecedente:
- Mastectomia izquierda por carcinoma ductal.

» En el 2012, en estudio de seguimiento:

TAC:
tumoracion solido- Nefrectomia
quistica en tercio medio Laparoscopica
de rinon izquierdo.
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DIAGNOSTICO

Carcinoma Renal con
Traslocacion Xp.1l1

Melanotico



ORIGINAL ARTICLE

Melanotic Xp11 Translocation Renal Cancers

A Distinctive Neoplasm With Overlapping Features of PEComa,
Carcinoma, and Melanoma

Pedram Argani, MD,*{ Sebastian Aulmann, MD,} Zarir Karanjawala, MD, PhD,*
Robert B. Fraser, MD,§ Marc Ladanyi, MD,| and Maria M. Rodriguez, MDY

Am ] Surg Pathol 2009; 33 (4); 609-619




Argani et al.,

2009

TABLE 2. Possible Additicnal Examples of Melanctic Xp11 Translocation Rena! Cancer in the Literature
Author’s
Description
Author of Lesion Age[Sex Morphology IHC/EM Outcome
Davis et ai*® Melanotic ciear ceii 3 cases: “alveolar growth pattern...abundant ciear HMB45+ , melanin A +; *Malignant
neoplasms of ihe ii-42v: cyioplasm.. scaiiered ihroughouti are epliheudi djﬁ'erenuduon *much poienual has
kidi‘n‘:)-' 4F. IM melammn-rich cells™ less than n:ipn.u:u in RCC; not been
smooth muscle differentiation demonstrated
“not demonstrable™ to date™
Adachi et al' Melanotic 7l-y-old F “rich in vasculature and exclusively HMB45+ ;CK -, EMA—, RCC NED 633y
perivascular composed of epithelioid clear cells™ marker — | actin —=, MiTF —
epithelioid clear
cell tumor of the
kidney
Govyal et al*®  Melanotic clear cell 22-y-old F “sheets and nests with some intervening thin HMB45+ ; CK —. actin —, NED 5mo
epithelioid fibrovascular h‘E]}ld...lhE cells were S100 — ; EM shows
angiomyclipoma : melanocsomes but no cell
junctions
Ribaiia ei ai*®* Malignani 73-y-oid F HMB45+ . Si0i+, SMA focal+. DOD Sy
pigmented clear CK—-.EMA - _MSA-_EM
cell epithehoid shows melanosomes but no cell
tumor of the brown pigment” junctions
Kidney
Saito et al*®  Clear cell variant of 23-y-old F *“clear cells with scattered sarcomatoid HMB45+ EMA —, CK —, DOD 1y
epithelioid features, and some cells contained S100 — , Vimentin — ; EM shows
angiomyolipoma intracytoplasmic brown pigment™ melanosomes
Lei et al® Pigmented renal 26-v-old F *“clear cells and a small proportion of HMB45+ , CK —., S100 — Presented with
cell carcinoma eosinophilic cells...4 different patterns: mediastinal
with melanocytic sohd. papillary, tubular, acinar...dark metastases:
differentiation brown pigment was observed in the AWD 15mo
cytoplasm of the clear cells”
Sironi et al®®  Oncocytic 29.y-old F *densely packed nests and sheets of large HMB45+ ; actin focal+ ; CK —., NED 10y
angiomyolipoma polygonal cells, intermingled with a smaller  Vimentin— , EMA —
cell population with scantier
cytoplasm...large globules of an acellular,
afibrillary densely eosinophilic
material...scattered pigmented cells and
foci of dystrophic calaficitions”
Ehara et al® Clear cell 3yv-old F “solid tumor composed of clear cells with HMB4s+ NED I3meo
melanoma of the focal pigmentation in the renal pelvis™




TADLL 5. VICI4l LANCICHUauun m winirj irceiciacu Lol
Extent of Melanocytic Differentiation
HMB45/Melan A
Neoplasm Characteristic Genetic Alteration IHC Melanin Production Putative “Cell of Origin™
ASPS ASPL-TFE3 fusion - = ?
V.11 B e A | o S | Dacal decheclace aall wanacanaa
ADIL RLL YdIlOUs 1 1rEJ 1USIUIS RdlC GdSCS T — RLIdl LUDUIT LLll Dieeutsor
Lif. 114 B S ilLlL . FEEB L. . i 5 T PR T SO, | T
Ho i) RLL Alpia=1rED 1USI0N T - RCIAL LLUDUIET CCH DITCLTOT
DEMN s Aicni nmann LITE L. caca anasas TEDE? 1 L., i Tlaeealle: : cmws amans q
reuoiind VIOSLCASCS VLI T, TdIC CdSCs IPEST DY T Usldlly =, TdIU GASGs {
[HC reported +

Melanotic Xpll renal ~ TFE3 fusions + + ?

CANCCrS
Melanoma MiTF expression and amplification + + Melanocyte precursor
Clear cell sarcoma of ~ EWS-ATFI fusion activates MiTF + - ?

tendon sheath expression

ASPS indicates alveolar soft part sarcoma; IHC, immunohistochemistry; PEComa, perivascular epithelioid cell neoplasm; RCC, renal cell carcinoma.

Argani et al., 2009



TABLE 2. Comparative Features of Meianotic Xp11.2

Neoplasms and Conventional PEComas

PECom:

Histology

Myoid marker
expression
Melanin
pigment
Xpll

translocation

Predominantly kidney
to date

Epithelioid with clear

cytoplasm
Absent

Present

Present

LeGallo RD. Am.J. Surg. Pathol. 2012; 36:1410-1414

_Female = rnale

abdominal, reported
in soft tissue, viscera,

Gynecologic tract, intra-
cutaneous and bone
!

Spindled, epithelioid.
or sclerosing
Usually present

Usually absent

Rare



ORIGINAL ARTICLE

I0Ns

rbors TFE3 Gene Fus

Pedram Argani MD* Sehastian Aulmann, MD,{ Perer B. lllei,

Ha

Nerto, MD®

Mare Ladanyi, MD)|

MD* George 1.
Guido Martignom, MDY Jolhn R. Goldblum, MD# and Sharon W. Weiss, MD **

Jae Ro, MD,] Hyvun-yee Cho, MD,§ Snjezana Dogan, MD,|




TFE3 gene fusions in human tumors

Fusion Tumor Translocation

ASPL-TFE3 | ASPS der(17)t(X:17)(p11:q25)

ASPL-TFE3 | Renal CA t{(X:17)(p11,925)

PRCC-TFE3 | Renal CA t(X:1)(p11.2:q12)

| PSF-TFE3 Renal CA t(X:1)(p11.2;p34)

NonO-TFE3 Renal CA |39 inv(X)(p11.2;912)

CLTC-TFE3 |RenalCA |14 t{(X;:17)(p11:923)

ITAIpha-TFEB Renal CA | 1042 |1(6:11)(p21.913)

“Translocation carcinomas of the kidney”




CASE REPORT

A Case With PSF-TFE3 Gene Fusion and Up-regulation
Py S N [P U T R A S
Or wrerdriogerieutc rrariscripts

I-Wei Chang, MD, Hsuan-Ying Huang, MD. and Ming-Tse Sung, MD
Am J Surg Pathol. 2009 ;33(12):1894-901

SRR =L = Lane & PRCC-TFE3I éxon 3
I Lane 2: PSF-TFE2 I Lane 7. PRCC-TFE2 axcn 4
ne 3: - Lane 8 ASPL-TFE3 exon 2
Lane 4: NonO TFE3 Lane @ ASPL TFE3 exon 3
Lane 5: PRCC-TFE3 exon 2 Lane 10: ASPL-TFE3 exon 4
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Int J Surg Pathol. 2011

19(3):285-9

stinct

t Case.D

Justine Varinot, MD', Philippe Camparo, MD?Z,
Sylvain Beurtheret, MD/', Eleodoro Barreda, MD',
Eva Compérat, MD-PhD'




Argani et al.

2009

Chang et al,,
2009

Varinot et al., 201 |

AE1/AE3 — - ; ] . —
EMA - - - -
CAM 5.2 - - ND
VIMENTINA ND - - ND
CD 10 — - - - -
RCC - - -
AMACR ND ND -
E. Caderina ND ND ND
5100 4 i : : i )
HMB 45 + + +
MELAN A + + +
OTRAS \ AML-. DESM- AML-. DESM- AML-; DESM- AML-: DESM- /
DAXS. PAX- S B cKIT- PAX8- PAX2-
CD68-

CD99-; TIROSINASA+ CK7-

TFE3 - + + + + I

TFB ND

MITF -



MELANOCYTIC

MELANOMA

MELANOTIC Xpi1
RENAL CANCER

Xpl {{6:11)
PEComa RCC

Xp11

ALVEOLAR SOFT CONVENTIONAL
PART SARCOMA RCC

—~

0 EPITHELIAL =

A distinctive subset of PEComas harbors TFE3 gene fusions.

Argani et al., 2010



Argani et al.
2009

Chang et al,,
2009

Varinot et al.,
2011

Nuestro caso

Edad

11A

12A

18A

30A

36A

Presentacion

Masa renal, nédulos
pulmonares, adenopatias
mesentéricas y
mediastinales

Dolor en flanco, masa renal
y adenopatias
retroperitoneal y
mesentérica masiva.

Dolor epigastrico, masa
renal

Astenia, parestesia del
brazo izqueirdo, masa
renal con trombosis a vena
cava y arteria pulmonar

INCIDENTAL

Tamano
tumoral

21,5 x 153 x10,5cm
Multilobulado, con
areas pigmentadas

maron oscuro o
negruzcas

Biopsia en
laparoscopia.
Pigmentaday

vascular

9.6,x 6,5 x 4cm , con
areas pigmentadas
maron oscuro o
negruzcas

12,5cm heterogéneo
con areas

pigmentadas marén

Ooscuro o negruzcas

6x5cm,
Multiquistico con,
con areas solidas
focalmente
pigmentadas

Seguimiento

Ampliamente
diseminada con
metastasis
Quimioterapia

Fallece luego de 9
meses, a pesar de tto
QT agresivo

Nefroureterectomia

con linfadenectomia.

Buen estado luego de
3 mesesde lal.Q

Ampliamente
diseminada con
metastasis

Libre de enfermedad
renal

(14 m.)



BIY INTEENATIONAL

Altered transcripti factor E3 expressmn in

unlebblllﬂu dUUIl TEﬁaH CEII CdAarcirnoirid InUILdLCb
adverse pathological features and poor outcome

- “ ~ a & - — . - aaa ] A & - i — - a . . *
Maria Larmen er' Enrioue Ir|l|a Inec NMaria de larrec™ Annel Panizo'

“- ERRNNN- g BE T IWINAT TN - EWE N W l‘ll’\ MIlI&aw )
Alexander R. 7|nﬂ'a§ Ras Van Rhlm and Juan Morote*

"Voll d’Hebron Hospital - Urology Department, ch?efona "Clinica Universitaria Novarra - Pathology, Pamplona,
Spain, and *Princess Margaret Hospital, University Health Network, University of Toronto - Department of Surgical
Oncology, Division of Urology, Toronto, ON, Canada

BJU Int. 201 1 Jul;108 (2 Pt 2):E71-6.

Survival Rate (%)
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ORIGINAL ARTICLE

Clinical and Pathoiegic Features With Outcome inalL
Series of Consecutively Treated Patients

William R. Sukov, MD,* Jennelle C. Hodge, PhD,* Christine M. Lohse, MS, T
Bradley C. Leibovich. MD.} R. Houston Thompson, MD.} Kathryn E. Pearce, BS*
Anne E. Wikror, BS* and Jolm C. Cheville, MD*

Am | Surg Pathol 2012 (36) 5:663-670
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CASUISTICA HOSPITAL VALL D’HEBRON
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Carcinoma Renal Xp.11
Melanotico

Nueva variante de Carcinoma
Renal con Traslocacion TFE3 ,
(fusion PSF-TFE3) y
diferenciacion melanocitica.



Gracias!




