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: هلاقم 	 هصلاخ
Introduction	&	Aim:	Squamous	cell	carcinomas	(SCCs)	represent	the	most	frequent	human	solid	tumors	as	a	major
cause	of	cancer	mortality.	Squamous	cell	carcinoma	in	the	breast	is	a	very	rare	disease	that	it	is	not	widely	studied.
The	estrogen	and	progesterone	receptors	are	not	 typically	expressed	 in	these	cancers,	so	the	endocrine	therapy	 is
not	effective	on	them.	The	deleterious	mutations	in	genes	like	TP63,	TP53,	EP300,	RECQL4	could	lead	to	different
types	of	SCC.	Recognition	of	involved	genetic	factors	in	this	disease	can	lead	to	finding	of	its	molecular	mechanisms
and	 identifying	 the	 specific	 predisposing	 biomarkers	 for	 screening	 and	 early	 detection.Methods:	 In	 this	 study	 we
selected	a	person	with	SCC	of	breast	and	positive	family	history	for	SCC.	We	tried	to	 identify	 the	novel	pathogenic
variants	for	familial	SCC	by	next-generation	sequencing	(whole	exome)	method.	Results	&	Conclusion	:We	identified
two	heterozygous	pathogenic	 variants	 in	EP300(c.3143-4del	T),	RECQL4(c.3104-3105	 ins	A)	genes	 that	 they	may
play	an	 important	role	 in	 initiating	and	progressing	of	 the	disease	according	to	 their	 function	 in	other	 types	of	SCC.

.Further	cases	or	the	population	based	studies	are	recommended	to	confirm	the	pathogenicity	of	the	noted	variants
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