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* Alveolar rhrabdomyosarcoma
« Clear cell sarcoma

* Alveolar soft part sarcoma
 PEComa
(perivascular epithelioid cell tumor)
* Metastatic carcinoma
(esp. renal cell carcinoma)
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*EMA

e desmin,

mMyoglo
*Bcl-2, C

CK5/6,7, 19, 20)

caldesmon,
oiN, MyoD |

D99, CDS&6, CDI0

 3-catenin, Melan A
*vimentin , PAX8




T F E 3 t ( j: www.ncbi.nim.nih.gov/gene/7030

(tfranscription factor binding to IGHM enhancer 3)
MITF familyi&{=+ (MITF, TFE3, TFEB)
ELFEEXp11.22
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T F E3 t (j: www.ncbi.nim.nih.gov/gene/7030

(tfranscription factor binding to IGHM enhancer 3)

LR (C K DEIESEI T EA DIEEFRE (CRE
« Alveolar soft part sarcoma (ASPSCR1-TFE3)

 Renal cell carcinoma (ASPSCR1-TFE3, PRCC-TFE3, SFPQ-TFE3,
NONO-TFE3, CLTC-TFE3 , NONO-TFE3, DVL2-TFE3)

 Epithelioid hemangioendothelioma (vapi-Tre3)
e PECOMAQ (SFPQ-TFE3, DVL2-TFE3 , NONO-TFE3)



TFE3brec1I<—<:1 art FISH

56.68%DHHRB(C brea k—oor’r SRR



Translocation in ASPS

ii B ii -

17 de17 X derX 17 derl17

ASPS: Unbalanced Xp11.2 RCC: Balanced




Translocation in ASPS

ASPL  ASPL

X X 17 der17 2745451
ZZIEBI ASPS

S, (KEHE—EBB M 2472 2016;33:158



TFE3 break-apart FISH

B 19'] AS PS




TFE3 break-apart FISH

A (SEEFI) #  ASPS(5E1EHI)
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» Alveolar rnabdomyosarcomao
« Clear cell sarcomo

e Alveolar soft part sarcomao
 PEComa
(perivascular epithelioid cell tumor)
* Metastatic carcinomad
(esp. renal cell carcinoma)



PEComa with TFE3

20054, #RED - s ARHiE2s0D PEComa
OD—ﬂB"C TFE3 FZ %2z e (54511 745)

Folpe et al. AJSP 2005;29:1558

20094E. TFE3[Z4 PEComa dD—EPT
TFE3 B FDErE Zr ¥y 5 (SFPQ-TFE3)

Tanaka ef al. AJSP 2009:33:1416

PEComa with TFE3 gene rearrangement
INEEX T, BLDEzZe Ciks




PEComa with TFE3 gene rearrangement

Argani et al Am | Surg Pathol » Volume 34, Number 10, October 2010

TABLE 1. PEComas in This Study

Age/ TFE3 IHC:
Case Sex Location, Size TFE3 FISH Manual/Automated Morphology Other IHC
| 16/F Colon, 1.8cm Balanced 3+/3+ E Cathepsin K+, HMB45+ ; Melan A, Actin,
translocation Desmin- PAXS -, MiTF —, S100 -
2 9/F Uterus Balanced 3+/3+ E Cathepsin K+, HMB45+ ; Melan A, Actin,
translocation Desmin— , PAXS —, MiTF -, S100 —
3 33/F Buttock Balanced 3+/3+ E Cathepsin K+, HMB45 +; Melan A, Actin,
translocation Desmin, PAXS —, MiTF, S100, CD34,
EMA, CDI10, Cytokeratin —
4 46/F Thigh, 6.5¢cm Balanced 343+ E Cathepsin K +, HMB45 + , Melan A + (focal);
translocation Cytokeratin, S100, Actin, Desmin, CD31,
CD34, MiTF —

Argani ef al. AJSP 2010;34:1395



PEComa with TFE3 gene rearrangement

Am | Surg Pathol » Volume 34, Number 10, October 2010

Argani et al
TABLE 1.

34:1395

.
’

Argani et al. AJSP 2010
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Lung metastasis of
uterine lesion
Arm
(subcutaneous),
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Scalp, 2em

Retroperitoneal,
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Superficial thigh,
Iem
Pelvic
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Uterine curettage

Retropentoneal
Renal. 3em
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Renal. 1 2em
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Cathepsin K+, Actin + (focal), Melan A +
(focal), 5100+ ; Cytokeratin, HMB45 — #

Cathepsin K+, Desmin 4+, HMB454;
Cytokeratin, S100, Actin, Melan A,
MITF —

Cathepsin K+, Actin+, Desmin +,
HMB45+;
Cytokeratin — , S100 — , MiTF —, Melan
A —

Actin+, HMB45+ , Melan A+ ; Cytokeratin,
Desmin, S1080—

Melan A+ Actin—

Actin+, HMB45 4+

Actin4, Desmin+ (focal), HMB45 4+, Melan
A+

Actin4, Desmuin+ {focal), Melan A+,
HMB45+, 5100+ {focal)

Actin+ ., HMB45 4+, 5100+ (Focal)

Actin+, HMB45+ ; Cviokeratin —

Actin+, HMB45+ |, Melan A+

HMB45+, Melan A+, Actin+ , Desmin +;
CD34 -, S100—

Actin4, Desmuin+ . HMB45+ {focal);
Cytokeratin —
HMB45+ (focal)

HMB45 4+, Melan A+ ; Cytokeratin — |
EMA —

HMB45 4+, Melan A+ ; Cytokeratin — |
MITF —

Melan A+, Actin+ (focal), EMA + (focal);
HMB45 —, PAXS —, Desmin —, 5100 —,
Cytokeratin —

HMB45+, Melan A+ CDI0+ (focal); S100,
PAXE, PAX2 — MaTF — ., RCC Marker —,
Cytokeratin — , Aclin—

HMB45 4+, Melan A+ CDI0+ (focal); S100,
PAXZ2 PAXE MITF. RCC marker — .
Cvtokeratin —



Rearrangement Amplification

| 16/F Colon, 1.8cm Balanced 5 4F  Lung metastasis of  Amphfied (68
translocation uterine lesion copies)




PEComa with
TFE3 gene

Rearrangement?
Amplification?
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LIC3H4

exonintron_junction_overlapping_the_1st_breakpoint
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gene_overlapping_the_2nd_breakpoint
TFE3

exon-intron_junction_overlapping_the_2nd_breakpoint
TFE3.start
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PEComa

with TFE3 gene rearrangement




ZC3 H4 PubMed Gene ID; 23211

(Zinc Finger CCCH-Type Containing 4)
19913

A member of CCCH (C-x8-C-x5-C-x3-H type)
zinc finger domain-containing proteins.

These zinc finger domains, which coordinate
zinc finger binding and are characterized by 3
cysteine residues and 1 histidine residue, are
nucleic acid-binding.

Other family members are known to function in
post-franscriptional regulation.

https://www.ncbi.nim.nih.gov/gene/23211



PEComa with TFE3 fusion

« ERZEISFPQ(PSF)-TFE3 t(X;1)
(B 6:1
Solid nested architecture
Epithelioid cells

(clear to focally eosinophilic)

No melanin pigment
HMB45: +, Cathepsin K: +, PAX8: -
Melan A: 4/6

« fB(CDVL2-TFE3T>NONO-TFE3

e X2/)\— b F—ABHE




PEComa Genetics

RASSF1-PDZRNS3

HTR4- ST3

SFPQ TFE3
DVL2-TFE3
NONO-TFES3
[C3HA4-TFE3




PEComa S &z

s DFEMFRICERREN (CHZEARIIIERRE

« PECOMa®DfYHEXITSC2 mutation
e TSC2 mMutD45%(CIITPS3EED D
—SHZRERY., EYIFERNZERYE

« PECOMad23%I(XTFE3 fusion
» TFE3 fusion PEComa (345 7R FZREAR (A5
e HMB45H K< B

« TFE3 ETSC2(3HHBAY



