
Table 1: Mutation data summary: Non-synonymous germline mutations detected in the patient’s peripheral blood.
	rs ID
	Variation
	Type
	Gene
	Exon
	Amino acids
	PolyPhen

	rs41302744
	1_45962137_T/C
	missense
	CCDC163P
	4/4
	T > A
	benign (0.398)

	rs2275654
	1_234529446_T/C
	missense
	TARBP1
	27/30
	I > V
	benign (0)

	rs1126407
	1_236700807_T/A
	missense
	LGALS8
	3/7
	F > Y
	benign (0.003)

	rs1041935
	1_236700857_C/T
	missense
	LGALS8
	3/7
	R > C
	benign (0.057)

	rs1056104
	2_39008949_G/A
	missense
	GEMIN6
	3/3
	G > D
	benign (0.045)

	-
	2_238617235_G/T
	stop gained
	LRRFIP1
	2/10
	E > *
	-

	rs12464423
	2_239237953_G/T
	missense
	TRAF3IP1
	5/17
	K > N
	benign (0.048)

	rs9856575
	3_52510592_G/A
	missense
	NISCH
	8/21
	V > I
	benign (0)

	rs62623564
	4_140058849_A/T
	missense
	ELF2
	2/9
	S > T
	probably damaging (0.953)

	rs1805075
	6_160505207_A/G
	missense
	IGF2R
	40/48
	N > S
	benign (0.001)

	rs74742245
	7_889169_A/G
	missense
	SUN1
	2/15
	Y > C
	benign (0.007)

	rs2243620
	7_6713985_A/G
	missense
	AC073343.1
	4/11
	H > R
	benign (0.006)

	-
	7_34097735_G/C
	missense
	BMPER
	11/16
	C > S
	probably damaging (0.993)

	-
	7_34097740_A/T
	missense
	BMPER
	11/16
	N > Y
	benign (0.049)

	rs3823646
	7_99757612_G/A
	missense
	GAL3ST4
	4/4
	A > V
	benign (0.019)

	rs2293177
	7_140244560_C/T
	missense
	DENND2A
	13/19
	E > K
	benign (0.2)

	rs7026705
	9_107331504_C/A
	missense
	OR13C8
	1/1
	A > D
	benign (0.003)

	rs568409
	9_128072273_G/C
	missense
	GAPVD1
	5/16
	V > L
	benign (0)

	rs1023000
	9_132662786_C/T
	missense
	FNBP1
	14/16
	S > N
	benign (0.003)

	-
	9_140706025_C/T
	missense
	EHMT1
	19/27
	P > L
	probably damaging (0.998)

	rs4294502
	10_75035257_T/C
	missense
	TTC18
	23/28
	N > D
	benign (0)

	rs2167079
	11_47270255_C/T
	missense
	ACP2
	1/11
	R > Q
	benign (0)

	-
	11_60531335_G/T
	missense
	MS4A15
	2/7
	E > D
	probably damaging (0.97)

	rs759828490
	11_72466583_C/T
	missense
	STARD10
	2/2
	G > R
	unknown (0)

	rs12819884
	12_7842932_C/T
	missense
	GDF3
	2/2
	G > R
	benign (0.007)

	-
	14_29261309_A/C
	missense
	C14orf23
	3/3
	K > Q
	possibly damaging (0.895)

	rs1128431
	15_82456227_T/C
	missense
	EFTUD1
	16/20
	I > V
	possibly damaging (0.464)

	rs4984682
	16_740404_C/G
	missense
	WDR24
	1/13
	R > T
	benign (0.234)

	rs6420424
	16_81242102_G/A
	missense
	PKD1L2
	4/18
	R > W
	benign (0.003)

	rs6564838
	16_81242194_T/C
	missense
	PKD1L2
	4/18
	E > G
	benign (0)

	rs11655342
	17_4356375_G/T
	missense
	SPNS3
	7/11
	A > S
	benign (0.009)

	rs774576212
	17_4790993_C/G
	missense
	MINK1
	12/32
	Q > E
	benign (0.01)

	-
	17_4791002_C/T
	missense
	MINK1
	12/32
	P > S
	benign (0.005)

	rs16522
	17_37316988_T/C
	missense
	ARL5C
	5/6
	Q > R
	benign (0.003)

	rs141381244
	17_67500696_A/G
	start lost
	MAP2K6
	2/7
	M > V
	benign (0)

	rs17001244
	19_11340057_A/G
	missense
	DOCK6
	4/5
	C > R
	benign (0)

	-
	19_12981961_C/G
	missense
	MAST1
	24/26
	P > A
	benign (0.028)

	rs812847
	19_16855265_A/G
	missense
	NWD1
	3/17
	I > V
	benign (0)

	rs56408444
	19_17017878_G/A
	missense
	CPAMD8
	30/42
	A > V
	benign (0.007)

	rs2562473
	19_21720803_C/T
	missense
	ZNF429
	4/4
	H > Y
	benign (0.145)

	rs2032811
	19_47768128_G/C
	missense
	CCDC9
	7/12
	E > D
	benign (0)

	rs3848543
	19_49141532_T/C
	stop lost
	CA11
	3/4
	* > W
	-

	rs8105668
	19_53577419_G/C
	missense
	ZNF160
	6/7
	P > R
	benign (0)

	rs4911494
	20_33971914_C/T
	missense
	UQCC1
	3/9
	R > Q
	benign (0)

	rs1465384
	22_18628499_G/T
	missense
	TUBA8
	3/3
	A > S
	unknown (0)

	rs5747493
	22_18628632_C/T
	missense
	TUBA8
	3/3
	T > I
	unknown (0)

	rs361534
	22_18628715_C/T
	stop gained
	TUBA8
	3/3
	R > *
	-


Abbreviations: from left column to right: rs ID: A reference number for single nucleotide polymorphisms; Variations are in the order of chromosome_position_reference allele/mutated allele; A = Adenine; G = Guanine; T = Thymine, and C = Cytosine; Gene: reference gene name [25]; Amino acids: A = Alanine; C = Cysteine; D = Aspartic acid; E = Glutamic acid; F = Phenylalanine; G = Glycine; H = Histidine; I = Isoleucine; K = Lysine; L = Leucine; M = Methionine; N = Asparagine; P = Proline; Q = Glutamine; R = Arginine; S = Serine; T = Threonine; V = Valine; W = Tryptophan; Y = Tyrosine; * = stop codon; - = not applicable; PolyPhen: Polymorphism Phenotyping [26].
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