Supplemental Table 2.  Comparison of mPCR-CE repeat length and percent methylation with categorical calls and estimated methylation by Southern blot (SB).  The sample genotype was listed as the categorical call from the mPCR-CE sizing according to the longest allele in the sample: NOR=normal (<45 CGG); INT=intermediate (45-54 CGG), PM=premutation (55-200 CGG); FM=full mutation (>200 CGG). Samples with full mutation alleles (>200 CGG) are shaded in gray.  Samples indicated in bold are plotted in Fig. 4 or 5.  The methylation category and estimated percentage estimates of methylation were compared with mPCR-CE results for genotype, percent methylation (% Me) and X-activation.  X-activation was determined as the reciprocal of percent methylation for female normal alleles in normal and full mutation samples36.  The average X-activation was 0.51 for normal female alleles (n=8) and 0.67 for the normal alleles of female full mutation (n=12) samples.  These data are in good agreement with X-activation results reported by de Vries et al (0.50 and 0.71, respectively)6.
	
	
	
	Southern Blot Analysis
	mPCR-CE Analysis

	Sample ID
	Gender
	Sample Call
	Methylation categorya 
	Estimated methylationb 
	Repeat length (CGG)
	% Me
	X-activa-tionc

	#03
	M
	FM
	Partial
	60%
	160
	0%
	

	
	
	
	
	
	>250
	96%
	

	#04
	F
	FM
	Partial
	30%
	20
	27%
	0.73

	
	
	
	Full
	100%
	>250
	104%
	

	#08
	M
	FM
	Full
	100%
	>250
	108%
	

	#09d
	M
	FM
	Partial
	50% 
	201
	124%
	

	
	
	
	
	
	>250
	0%
	

	#11
	F
	PM
	Partial
	70%
	29
	83%
	

	
	
	
	Partial
	40%
	105
	87%
	

	
	
	
	
	
	108-116
	0%
	

	#12
	M
	FM
	Partial
	80%
	218
	110%
	

	
	
	
	
	
	>250
	0%
	

	#13g
	F
	FM
	Partial
	50%
	39
	50%
	0.5

	
	
	
	Partial
	90%
	>250
	83%
	

	#20
	F
	FM
	Partial
	15%
	29
	18%
	0.82

	
	
	
	Full
	100%
	226
	111%
	

	#54
	M
	FM
	Full
	100%
	>250
	102%
	

	#55
	F
	FM
	Partial
	40%
	30
	56%
	0.44

	
	
	
	Full (Faint)
	>70%
	214
	84%
	

	
	
	
	Full
	100%
	>250
	116%
	

	#56
	F
	PM
	Non
	0%
	30
	4%
	

	
	
	
	Full
	100%
	84
	96%
	

	#57
	M
	FM
	Full
	100%
	>250
	111%
	

	#58
	F
	PM
	Partial
	30%
	30
	35%
	

	
	
	
	Partial
	60%
	88
	111%
	

	
	
	
	
	
	89-101
	0%
	

	#59
	F
	FM
	Non
	0%
	30
	0%
	1.0

	
	
	
	Full
	100%
	>250
	95%
	

	#60
	M
	FM
	Full
	100%
	>250
	100%
	

	#61
	F
	PM
	Partial
	10%
	20
	11%
	

	
	
	
	Full
	100%
	147
	127%
	

	
	
	
	
	
	180
	102%
	

	#62
	M
	FM
	Full
	100%
	>250
	103%
	

	#63
	F
	FM
	Partial
	5%
	30
	4%
	0.96

	
	
	
	Full
	100%
	142
	97%
	

	
	
	
	Full
	
	155
	122%
	

	
	
	
	Full
	100%
	>250
	109%
	

	#64
	M
	NOR
	Non
	0%
	31
	0%
	

	#65
	M
	PM
	Non
	0%
	79-85
	0%
	

	#66
	M
	FM
	Full
	100%
	186
	92%
	

	
	
	
	Full
	100%
	>250
	114%
	

	#67
	F
	PM
	Partial
	20%
	30
	24%
	

	
	
	
	Partial
	60%
	92
	125%
	

	
	
	
	
	
	95-108
	0%
	

	#68
	F
	FM
	Partial
	40%
	20
	38%
	0.62

	
	
	
	Full
	100%
	>250
	91%
	

	#69
	F
	FM
	Partial
	5%
	30
	5%
	0.95

	
	
	
	Full
	100%
	>250
	112%
	

	#70
	F
	FM
	Partial
	25%
	30
	28%
	0.72

	
	
	
	Full
	100%
	>250
	110%
	

	#71
	F
	NOR
	Partial
	50%
	23
	43%
	0.57

	
	
	
	
	
	30
	57%
	0.43

	#72e
	F
	INT
	Partial
	85%
	30
	85%
	

	
	
	
	Partial
	30%
	53
	26%
	

	
	
	
	
	
	54-55
	0%
	

	#73
	M
	PM
	Non
	0%
	63
	0%
	

	#74
	M
	PM
	Non
	0%
	101-117
	0%
	

	
	
	
	
	
	118-140
	0%
	

	#75e
	F
	PM
	Partial
	50%
	32
	57%
	

	
	
	
	Partial
	50%
	90
	99%
	

	
	
	
	
	
	92-101
	0%
	

	#76e
	F
	PM
	Partial
	30%
	32
	40%
	

	
	
	
	Partial
	60%
	107
	111%
	

	
	
	
	
	
	109-125
	0%
	

	#77
	F
	FM
	Partial
	30%
	30
	40%
	0.60

	
	
	
	Full
	100%
	>250
	107%
	

	#78
	F
	NOR
	Partial
	50%
	21
	66%
	

	
	
	
	
	
	30
	45%
	

	
	
	
	
	
	31
	30%
	

	#79
	F
	PM
	Partial
	50%
	30
	36%
	

	
	
	
	
	
	60
	64%
	

	
	
	
	
	
	61-64
	0%
	

	#80
	M
	NOR
	Non
	0%
	30
	0%
	

	#81
	F
	NOR
	Partial
	40%
	29
	49%
	0.51

	
	
	
	
	
	30
	37%
	0.63

	#82
	M
	PM
	Non
	0%
	89
	0%
	

	#83
	F
	PM
	Non
	0%
	34
	10%
	

	
	
	
	Partial
	90%
	79
	115%
	

	
	
	
	
	
	80-86
	0%
	

	#84
	M
	PM
	Non
	0%
	59
	0%
	

	#85
	F
	PM
	Partial
	60%
	20
	24%
	

	
	
	
	Partial
	20%
	102
	86%
	

	
	
	
	
	
	103-113
	0%
	

	#86
	F
	PM
	Partial
	70%
	30
	76%
	

	
	
	
	Partial
	20%
	110
	112%
	

	
	
	
	
	
	112-124
	0%
	

	#87
	M
	FM
	Full
	100%
	>250
	96%
	

	#88d
	M
	FM
	Partial
	90%
	>250
	82%
	

	#89
	M
	PM
	Non
	0%
	68
	0%
	

	#90
	M
	FM
	Partial
	80%
	223
	70%
	

	
	
	
	
	
	>250
	80%
	

	#91
	M
	FM
	Partial
	50%
	198
	100%
	

	
	
	
	
	
	228
	0%
	

	#92
	M
	NOR
	Non
	0%
	30
	0%
	

	#93
	F
	NOR
	Partial
	50%
	30
	51%
	0.49

	
	
	
	
	
	32
	42%
	0.58

	#94
	M
	FM
	Full
	100%
	236
	101%
	

	
	
	
	Partial
	80%
	>250
	75%
	

	#95e
	F
	PM
	Partial
	60%
	32
	75%
	

	
	
	
	
	
	70
	46%
	

	
	
	
	
	
	71-75
	0%
	

	#96
	F
	PM
	Partial
	30%
	35
	45%
	

	
	
	
	Partial
	50%
	80
	45%
	

	
	
	
	
	
	81-85
	0%
	

	#97
	M
	PM
	Non
	0%
	92-96
	0%
	

	#98
	M
	NOR
	Non
	0%
	23
	0%
	

	#99
	M
	PM
	Non
	0%
	74-79
	0%
	

	
	
	
	Non
	0%
	93-100
	0%
	

	#100
	M
	PM
	Non
	0%
	65-70
	0%
	

	#101
	M
	PM
	Non
	0%
	143-153
	0%
	

	#102
	F
	INT
	Partial
	50%
	30
	38%
	

	
	
	
	
	
	53
	49%
	

	#103
	M
	FM
	Full
	100%
	>250
	102%
	

	#104
	M
	FM
	Full
	100%
	>250
	96%
	

	#105
	F
	PM
	Partial
	10%
	29
	17%
	

	
	
	
	Partial
	70%
	92
	100%
	

	
	
	
	
	
	93-97
	0%
	

	#106g
	F
	PM
	Partial
	40%
	38
	37%
	

	
	
	
	Partial
	50%
	78
	80%
	

	
	
	
	
	
	80-86
	0%
	

	#107
	M
	PM
	Non
	0%
	80-84
	0%
	

	
	
	
	
	
	90-95
	0%
	

	#108
	F
	PM
	Partial
	35%
	23
	32%
	

	
	
	
	Partial
	50%
	71
	63%
	

	
	
	
	
	
	73-74
	0%
	

	#109
	F
	PM
	Partial
	50%
	30
	54%
	

	
	
	
	Partial
	50%
	86
	90%
	

	
	
	
	
	
	88-94
	0%
	

	#110
	M
	FM
	Full
	100%
	>250
	93%
	

	#111
	M
	PM
	Non
	0%
	106-110
	0%
	

	#112g
	F
	PM
	Partial
	10%
	41
	11%
	

	
	
	
	Partial
	85%
	112
	165%
	

	#113
	M
	FM
	Full
	100%
	>250
	99%
	

	#114
	M
	NOR
	Non
	0%
	31
	0%
	

	#115
	F
	NOR
	Partial
	50%
	30,30
	51%
	0.49

	#116
	F
	NOR
	Partial
	50%
	30
	46%
	0.54

	
	
	
	
	
	31
	51%
	0.49

	#117d
	F
	FM
	Partial
	50%
	30
	44%
	0.56

	
	
	
	Full
	100%
	>250
	104%
	

	#118
	F
	FM
	Partial
	90%
	29
	81%
	0.19

	
	
	
	Non
	0%
	97
	0%
	

	
	
	
	Non
	0%
	130
	0%
	

	
	
	
	Full (Faint)
	>50%
	>250
	74%
	

	#119
	M
	FM
	Not visible
	
	99
	0%
	

	
	
	
	Full
	100%
	>250
	101%
	

	#120
	F
	INT
	Partial (Faint)
	Indeterminate
	30
	53%
	

	
	
	
	
	
	53
	52%
	

	#121
	F
	NOR
	Partial
	50%
	30,30
	52%
	0.48

	#122
	F
	NOR
	Partial
	50%
	30,30
	51%
	0.49

	#123
	F
	NOR
	Partial
	50%
	30
	87%
	0.13

	
	
	
	
	
	31
	8%
	0.92

	#124
	M
	FM
	Full
	100%
	>250
	106%
	

	#125d
	M
	FM
	Non 
(faint smear)
	Indeterminate
	>250
	0%f
	


aFull = no evidence of banding <5.4 kb, Partial = evidence of banding in both regions of blot, Non = no evidence of banding >5.4 kb.  

bDerived as a percent estimate of band intensity between methylated and unmethylated separated bands.
cRousseau et al.36 and de Vries et al.6
dElectropherogram and Southern blot image shown in Fig. 4.

eElectropherogram and Southern blot image shown in Fig. 5.
fLow abundance allele detected at 160 CGG (60% methylated)

gSamples #13, #106 and #112 used a separate PCR control reference of ~94 CGG due to an overlapping allele with the standard ~40 CGG control. 

