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1. Sequences Regions of Interest ROl Overview

To get DNA sequence around interested CpG site, the assembly of genome reference
consortium human Build38 (GRCH38 or hg38) was used in the assembly. The GRCh38
assembly offers an "analysis set" that was created to accommodate next generation
sequencing read alignment pipelines. Some common features were used and applied to all
amplicon. Small letter is for repeat sequence and capital letter is unique sequence.

means, regions not covered by target sequencing amplicons and Light grey indicates region
of interest. The methylated CpG sites were coloured in red and underlined ce.

Number of Amplicons that
Region of Interest (ROI) ID passed QC

ZC3H12D >
BCAS4
AHRR
NPTX2
EDARADD
EDARADD_promoter-2
TOM1L1
TOM1L1-2
GRIA2
GRIA2_Promoter-1
TRIM58
KCNQ1DN
ITGA2B
ASPA
PDE4C

RlRrRrDWIN[R[IN|R|(RLR[RLR[|N|RL|N

Total

|N
(~]
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1.1. ZC3H12D

1.1.1. QC Data

ZC3H12D

45
40

3
3
8’2
2
1
1

0

ZC3H12D ZC3H12D_2 ZC3H12D_3 ZC3H12D_4 ZC3H12D_5

o o ;oo ou

mCpl mCp2
1.1.2. ROI Genomic Sequence
Scale 200 basest 1 hg3s
chré: 149,492,100 | 149,492,200 | 149,492,300 | 149,492,400 | 149A52§UD% 149,492,600 | 149,492,700 |

1 2 3
UCSC Genes (RefSeq, GenBank, tRNAs & Comparative Genomics)

RefSeq Genes

UCSC Genes
RefSeq Genes
CpG Islands
RepeatMasker
Human mRNAs

CpG Islands (Islands < 300 Bases are Light Green)
Repeati
Human mRNAs from GenBank

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chr6:149491968-149492901 5'pad=100 3'pad=100 strand=+
repeatMasking=lower

GGCACCATTGCAGCCAACTAACTG
ccaggctggagtgcagtggc
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1.2. BCAS4-2

1.2.1. QC Data

BCAS4

BCAS4 BCAS4-2

mCpl mCp2

1.2.2. ROI Genomic Sequence

Scale 200 basest 1 hg38
chr20: | 50,794,900 | 50,795,000 | 50,795,100 | 50,795,200 | 50,795,300 | 50,795,400 | 50,795,500 | 50,795,600 |
Your Sequence from Blat Search

+ I 2 W—
WEnBank‘ tRNAs & Comparative Genomics)
UCSC Genes
RefSeq Genes
RefSeq Genes
3
oG Islands %
epeatin emen epeatMasker
RepeatMasker NN P ¥ Y Tepe
E———kp [MNAS o GenBank
Human mRNAs

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chr20:50794665-50795805 5'pad=0 3'pad=0 strand=+
repeatMasking=lower

GGCTCCCAGGCAGCCTCCGCCAGCCGGACCCCGTCGCCCTCCTGATGCTGCTCGTGGACGCTGATCAGCCGGAGC
CCATGCGCAGCGGGGCGCGCGAGCTCGCGCTCTTCCTGACCCCCGAGCCTGGGGCCGAGGTAGGGGACGGGGCTG
TGGAGTTGGAGGAGAGGGTTCTCGCGGTTAGGGGTCCGGGCTCCGGACCCTCGGCTTCCCCGGAGCATCCTCTCG
CTCCCGGAGTGGGGGGCCCGGGGATTCCCCCCTTCCTGAAGGGTGGCTGCGGGGCGCCACGCAGAGATGTGCAGC
GGGTCGTCCCTGCTCGCTCCTCCGGGCGACACCGGGCCCCGGAGGCCCAGGCTCGCTTTCCCTCCCCACCCGGGT
CCCCCAGCATCCGCCGGGTCCTCAGGCGCCGCCCTTTGCCAGGCCGGCCCTGGGAGAGGCGGACCCCGGGACCTC
TGCTGCC
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1.3. AHRR
1.3.1. QC Data
AHRR
45
40
35
30
o 25 ol
“ 20 o
mCp2
15
10
5
0
AHRR
1.3.2. ROI Genomic Sequence
Scale 100 baseskt 1 hg3s
chr5: 373,150 373,2001 373,250) 373,300l 3733501 3734001
YourSeq . i
UCSC Genes UCSC Genes (RefSeq, GenBank, tRNAs & Comparative Genomics)
RefSeq Genes
RefSeq Genes
CpG Islands (Islands < 300 Bases are Light Green)
CpG Islands
i lements by RepeatMasker
RepeatMasker

Human mRNAs from GenBank

Human mRNAs

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chr5:373063-373462 5'pad=100 3'pad=100 strand=+

repeatMasking=lower
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1.4. NPTX2

1.41. QC Data

NPTX2

NPTX2 NPTX2-2_2

45
40
35
30
L 25
© 20
15
10

%]

mCpl mCp2

1.4.2. ROl Genomic Sequence

Scale 200 basest { hg38
chr7: | 98,616,600 | 98,616,700 | 98,616,800 | 98,616,900 | 98,617,000 |
cquence from Blat Search
UCSC Genes (RefSeq, GenBank, tRNAs & Comparative Genomics)

RefSeq Genes

UCSC Genes
RefSeq Genes
CpG Islands
RepeatMasker
Human mRNAs

<
Repeating Elements by RepeatMasker
Human mRNAs from GenBank

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chr7:98616285-98617284 5'pad=0 3'pad=0 strand=+
repeatMasking=lower

ATATCTGCTGTCTCCAAGAAGCTGAGGGCAGTGGCCTCAC
TTCGAGGAAGTGGTGACACTGCGGGCCCTCCTGGTTACAAGGACCGGGCACTGTTGGACCACGTGGCTCCATCAT
GATGACTCCAGTTAGATGTCACCCCGCCCCTGAGCTCAGGTCTTGCTGAATAAG

GAGAGTGAGGTGGCCGGGCCTTGACGAGAAGGCCCACGCCTGCCGCGGGGGTGGCTCGCGATGGCA
GTCGGGGTTCGAGTCCCGCCTGGGGGGCTGCTCCTGCTGGAGAAAA

CTCCTTTCCTGAGGCA
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1.5. EDARADD

1.5.1. QC Data

45

40

35

30

= = mCpl
“ 20 ’
mCp2

15

10

5

0

EDARADD
1.5.2. ROI Genomic Sequence
Scale 100 basest 1 hg38
chr1: 236,394,350 | 236,394,400 | 236,394,450 | 236,394,500 | 236,394,550 |
YourSeq
UCSC Genes (RefSeq. GenBal i i
UCSC Genes
e ——
RefSeq Genes
CpG Islands (Islands < 300 Bases are Light Green)
CpG Islands
Repeating Elements by RepeatMasker
RepeatMasker
Himan mRNAS e —

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chrl:236394183-236394603 5'pad=100 3'pad=100 strand=+
repeatMasking=lower
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1.6. EDARADD Promoter-2

1.6.1. QC Data

EDARADD Promoter-2

45
40
35
30

25
mCpl

Cp

20
mCp2

15
10

%]

EDARADD_promoter-2

1.6.2. ROI Genomic Sequence

Scale 100 basesk 1 hg38
chri | 236,395,150 | 236,395,200 | 236,395,250 | 236,395,300 | 236,395,350 | 236,395,400 1 236,395,450 |

YourSeq
UCSC Genes (RefSeq, GenBank, tRNAs & Comparative Genomics)

RefSeq Genes

<

UCSC Genes
RefSeq Genes
CpG Islands

Repeating Elements by RepeatMasker
RepeatMasker Py i — —

e
Human mRNAs

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chrl:236394960-236396236 5'pad=0 3'pad=0 strand=+
repeatMasking=lower

GGGGC
TTTGCTAATTGCCAAAGCAGGAAGTGAGCTCGTggaagaagCGaaggaggagaagaagaagggaggggaaggCGg
2ggaggGCAGGGGCGCGCAGAGCCACGGTTTGCTCCAGGCGCGTCGGAACCGCAGGACTTTTCATCCCCGTGGTC
CCACGGTCCTCCCGCGCCCCGGAGGCCTGCCAGCCCCGCTCGGACGCTCGTTTGCCCCTAACCCGCCGCCATGGC
TTCACCGGACGACCCTCTGCGCGCAGGTAAAGGGACACAGCGCCGCGCCCGCTCCTGGAGCGAGCACCGCGGGGL
GGGAGCTCGGGAGGCGCTCGCAGCAGCCGCAGGGCTATCGAGGCCGGGCCTCGGCGACCCCCGAGGGAGGCCCGG
GAACCACCCCCGACCCAGGCGCCAGACCCGGAGTCGCACGGGGCTCCCAGTCCAGCCCCGCGAGCGGCTGCTGAC
CGCCCCTCCCGCGCTCGCCAGGGCCCCTGCCCCGCGTCAGCCACCGCGCGCCTTCCCCCTGCCCATGCCGCAGCC
CCCGTGGCTTTTGTTCTGGACTCGGGATGCCAGGTTGAGACACGCTCCTGCAAACCTCTGGCAGAAATGGG
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1.7. TOM1lL1

1.7.1. QC Data

45

40

35

30

= » mCpl
“ 20 ’
mCp2

15

10

5

0

TOMI1L1
1.7.2. ROI Genomic Sequence
Scale 100 bases} i hgas
chr17: | 54,801,150 | 54,901,200 | 54,901,250 | 54,901,300 | 54,901,350 |
YourSeq
UCSC Genes (RefSeq, GenBank, tRNAs & Comparative Genomics)
UCSC Genes
RefSeq Genes
RefSeq Genes
CpG Islands (Islands < 300 Bases are Light Green)
CpG Islands
Repeating Elements by Repeiimiiiii
RepeatMasker
Human mRNAs from GenBank

Human mRNAs.

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chrl7:54901012-54901432 5'pad=100 3'pad=100 strand=+
repeatMasking=lower

10
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1.8. TOM1L1-2

1.8.1. QC Data

45
40
35
30
8’ 25
20
15
10
5
0
TOM1L1-2 TOM1L1-2_2
mCpl mCp2
1.8.2. ROI Genomic Sequence
Scale 100 bases} d hF3B
chr17: | 54,900,600 1 54,900,650 | 54,900,700 | 54,900,750 | 54,900,800 54,900,850 | 54,900,900 | 54,900,950 |
1 o[n it Search > E——
UCSC Genes (RefSeq, GenBank, tRNAs & Comparative Genomics)
UCSC Genes S
RefSeq Genes
RefSeq Genes . - ———
CpG Islands =
iiiii Hi i iients by RepeatMasker
RepeatMasker
R A T ———
Human mRNAs

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chrl7:54900306-54901146 5'pad=0 3'pad=0 strand=+
repeatMasking=lower

GCCTCTGCCAGAG
CCCGGGAAGCGCTCGGGCGAAGAGGAGGAGCCAAGGGTACCGAGCGGGTGGAGTCGGGAGCCGGAGAGCGGTGGA
GGCGGATTTCCTGGGCCCGGCCCTCTGGCGCTACCATGGCGTTTGGCAAGAGTCAC

11
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1.9. GRIA2

1.9.1. QC Data

45
40
35
30
= » mCpl
“ 20 ’
mCp2
15
10
5
0
GRIA2
1.9.2. ROI Genomic Sequence
Scale 100 bases} 1 hg38
chr4: | 157,220,650 | 157,220,700 1 157,220,750 | 157,220,800 | 157,220,850 | 157,220,900 |
YourSeq
UCSC Genes RefSes GenBank, tRNAs & Comaarative Genomics
UCSC Genes ——
efSeq Genes
RefSeq Genes —_—
CpG Islands (Islands < 300 Bases are Light Green)
CpG Islands
e e i
RepeatMasker .|
Human mRNAs.

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chr4:157220152-157220947 5'pad=100 3'pad=100 strand=+
repeatMasking=lower
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1.10. GRIA2 Promoter-1

1.10.1. QC Data

GRIA2 Promoter-1

45
40
35
30
a 25
< 20
15
10
5
0
GRIA2_Promoter-1 GRIA2_Promoter-1_2
mCpl mCp2

1.10.2. ROl Genomic Sequence

Scale 100 bases} 1 hg38
chré4: 1 157,220,250 1 157,220,300 1 157,220,350 | 157,220,400 157,220,450 | 157,220,500 1 157,220,5501 157,220,600 |

1 |

2
UCSC Genes (RefSeq, GenBank, tRNAs & Comp ive Genomics)

UCSC Genes
RefSeq Genes
RefSea Genes ) _—
<
CpG Islands
Repeating Elements by RepeatMasker
RepeatMasker

ey 3 NS from] Genbank
Human mRNAs

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chr4:157220053-157220884 5'pad=0 3'pad=0 strand=+
repeatMasking=lower

TTGCTGCATTTGGTCCAGGTTGGA

13
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1.11. TRIM58

1.11.1. QC Data

TRIM58
45
40
35
30
8_25
20
15
10
5
0
TRIM58 TRIM58 2 TRIM58 3
mCpl mCp2
1.11.2. ROl Genomic Sequence
Scale 200 bases} 1 hg38
GhrTi 247.8572001 2478573001 2473574001 24TSSTSQ01 2478576001 2475577001 2478578001 2478573001  247,856.000
— E—
! Hiii iiiii iiizﬁii ﬁiiiiﬂi iﬁHﬂi ﬁ iiiiiiatwe Genomics) i
UCSC Genes
RefSeq Genes _— ey
CnG Islands . .
RepeatMasker RepWents by RepeatMasker
Human mRNAS iy

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chrl:247856829-247858150 5'pad=0 3'pad=0 strand=+
repeatMasking=lower

CGGGGGCGGGGAACCACAACGTTAA

TTTTATCCCCGACATAGGGAGCGCCTGAGTGGTGGCTTTTCACCGGGTGTGGCTCGTCTGAGCTCTTGAAC

GCCACAGCTTCTG
CCTCAGGTGCATCTCCGAGTTCTGCGAGAAGTCGGACGGCGCGCAGGGCGGCGTCTACGCCTGTCCGCAGTGCCG

GGGCCCCTTCCGGCCCTCGGGCTTTCGCCCCAACCGGCAGCTGGCGGGCCTGGTGGAGAG

GGCAGCTACCAGGTGAggCGeccceccecCGgCGggggectgCGggCGeTGCGGTGACCGGGAAGCGGGCGACAGTCCG
GAGCGGAGCCGCCGAGGCCACCCGTCTCCTGAGCGGCTCCCACGGCCGCTCCCCCCACCGCGLCGCCGTCCCCCCC
GCCCACGCGGCTCACTCAGTGTGGGTCTCTTTGCCTTGGCTGTGGTAACCCC

14
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1.12. KCNQ1DN

1.12.1. QC Data

KCNQ1DN

KCNQ1DN KCNQ1DN_2 KCNQ1DN_3 KCNQ1DN_4

45
40
35
3
Q2
©
1
1

L0 T O 1 B e T € N s

o

mCpl mCp2

1.12.2. ROl Genomic Sequence

Scale 500 bases} 1 hg3s
chri1: | 28692001 28693001 28694001 28695001 28696001 28697001 28698001 28699001 28700001 2870,100!
Your Sequence from Blat Search

1 I 4 I
I
UCSC Genes (RefSeq, GenBank, tRNAs & Comparative Genomics)
UCSC Genes ——
RefSeq Genes
RefSeq Genes ——
<
CpG Islands
Repeating Elements by Re, r
RepeatMasker
Human mRNAs from GenBank
Human mRNAs I

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chrll1:2868833-2870307 5'pad=0 3'pad=0 strand=+
repeatMasking=lower

GCCAGAGTCGCTGTTGCTAAGTCCT

CTTCTTGCAGCCTGGGGATCCCAGAGGACC

CTCACATATGGTTGCTAAT
TAGCTGGCTATCTC

CAGGAAGAATGGGCCCCTGTGTGT

GgagggcagcaggacCGatgcacCGaCGgaCGecacCGaCGgaCGCGCGgacagatgCGCC
GACCGCAGGCTCTCCCGCCGTCCCGGGGCCGTCGTGCCCGTGCAGGCCGCGAGCAGCGGCGGGGCCGGCTCTGCG
GCTGCAGCAGCCCCATTGTGAGGCCGGCGAGACAATGGGCGGCCCGAGGAGGCACCTGCTCGCCTGAAAGGCCCA
TAAAT

15



Appendix-4 Chromosome Amplicon QC Report

1.13. ITGA2B

1.13.1. QC Data

ITGA2B

45
40
35
30

25
mCpl

Cp

20
mCp2

15
10

ITGA2B

1.13.2. ROl Genomic Sequence

Scale 100 bases} 1 hg3s
chr17: 44,390,300 | 44,390,350 | 44,390,400 | 44,390,450 | 44,390,500 |

R e e

UCSC Genes (RefSeq, GenBank, tRNAs & Comparative Genomics)
RefSeq Genes

UCSC Genes
RefSeq Genes
CpG Islands
RepeatMasker
Hiiman mRNA<

CpG Islands (Islands < 300 Bases are Light Green)
Repeating Elements by RepeatMasker
Human mRNAs from GenBank

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chrl7:44390160-44390559 5'pad=100 3'pad=100 strand=+
repeatMasking=lower
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1.14. ASPA

1.14.1. QC Data

ASPA

mCpl
mCp2

ASPA

1.14.2. ROl Genomic Sequence

Scale 100 basesk 1 hg3s
chr17:; | 3476250 3,476,300 3,476,350 | 3,476,400 |

YourSeq

UCSC Genes
RefSeq Genes
CpG Islands
RepeatMasker
Human mRNAs

CpG Islands (Islands < 300 Bases are Light Green)
Repeating Elements by RepeatMasker

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chrl7:3476073-3476472 5'pad=100 3'pad=100 strand=+
repeatMasking=lower

17
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1.15. PDEA4C

1.15.1. QC Data

PDE4C

mCpl
mCp2

PDE4C

1.15.2. ROl Genomic Sequence

Scale 100 bases} 1 hg3s
chr19: | 18,232,950 | 18,233,000 | 18,233,050 | 18,233,100 | 18,233,150 |

YourSeq

UCSC Genes
RefSeq Genes
CpG Islands
RepeatMasker
Human mRNAs

Repeating Elements by RepeatMasker

Light Gray= Regions of Interest; -= ROI Covered with Amplicons that passed QC; CG= CG of interest
>hg38 dna range=chrl19:18232892-18233291 5'pad=100 3'pad=100 strand=+
repeatMasking=lower

18



