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Figure S1. Pedigree of family with MTC/CCH. Diagnoses marked are from histological review following thyroid surgery. The index case (arrowed) presented with MTC age 22 years. ESR2 c.948delT carriers are marked and the ages (y) at which thyroidectomy was undertaken are indicated.   






[bookmark: _GoBack]Figure S2. OncoScan® FFPE assay of MTC tumour. Log2 ratio (upper panel) and BAF plots (lower panel) showing results from the OncoScan® FFPE Assay Kit for MTC tumour from individual II:3.  Data shows no copy number abnormality of either chromosome 10 or 14. There is some evidence of low level loss of chromosomes 3 and 13.
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Figure S3. ESR2 c.948delT results in reduced mRNA levels.  At 24 hours after transfection with either wt ESR2 (ESR2, white diamonds) or ESR2 c.948delT (948ΔT, black squares), time 0 hours (h) on x-axis, HCT116 cells were treated with actinomycin D (10 mg/ml) for 0, 4, 8 and 24 hours. The relative wt ESR2 and c.948delT mRNA levels were monitored by RT-qPCR. All values are relative to wt ESR2 mRNA levels at 0 hours (set as 1). Values represent means ± SE (n = 4) from at least two independent experiments. ESR2 mRNA expression levels were normalized against the 18S rRNA housekeeping gene. **, P < 0.01; ***, P < 0.001. NS - not significant.






	AIP
	DDB2
	FANCL
	PALB2
	SLX4

	ALK
	DICER1
	FANCM
	PHOX2B
	SMAD4

	APC
	DIS3L2
	FH
	PMS1
	SMARCB1

	ATM
	EGFR
	FLCN
	PMS2
	STK11

	BAP1
	EPCAM
	GATA2
	PRF1
	SUFU

	BLM
	ERCC2
	GPC3
	PRKAR1A
	TMEM127

	BMPR1A
	ERCC3
	HNF1A
	PTCH1
	TP53

	BRCA1
	ERCC4
	HRAS
	PTEN
	TSC1

	BRCA2
	ERCC5
	KIT
	RAD51C
	TSC2

	BRIP1
	EXT1
	MAX
	RAD51D
	VHL

	BUB1B
	EXT2
	MEN1
	RB1
	WRN

	CDC73
	EZH2
	MET
	RECQL4
	WT1

	CDH1
	FANCA
	MLH1
	RET
	XPA

	CDK4
	FANCB
	MSH2
	RHBDF2
	XPC

	CDKN1C
	FANCC
	MSH6
	RUNX1
	

	CDKN2A
	FANCD2
	MUTYH
	SBDS
	

	CEBPA
	FANCE
	NBN
	SDHAF2
	

	CEP57
	FANCF
	NF1
	SDHB
	

	CHEK2
	FANCG
	NF2
	SDHC
	

	CYLD
	FANCI
	NSD1
	SDHD
	



Table S1. List of genes on TruSight Cancer Panel. (http://www.illumina.com/products/trusight_cancer.html)
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