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#1 o

CHD7 NM 017780.3:c.469C>T p(Arg157X) Nonsense
CHD7 NM_017780.3:¢.490C>T pGIn164X) Nonsense
CHD7 NM_017780.3:c.550C>T p.(GIn184X) Nonsense
CHD7 NM_ 017780.3:c.604C>T p.{GIn202X) Nonsense
CHD7 NM 017780.3:c.613C>T p.(GIn205X) Nonsense
CHD7 NM_017780.3:¢c.640delT p.(Ser214ProfsX91) frameshift
CHD7 NM_017780.3:c.934C>T p(Arg312X) Nonsense
CHD7 NM_017780.3:c.1025delA p.(GIn342ArgfsX10) frameshift
CHD7 NM_017780.3:c.1036 A>T p.(Arg346X) Nonsense
CHD7 NM_017780.3:c.1281T>A pTyrd427X) Nonsense
CHD7 NM_017780.3:c.1295delA p.(His432LeufsX31) frameshift
CHD7 NM_017780.3:c.1414_1417delACTG p{Thr472GlyfsX3) frameshift
CHD7 NM_017780.3:c.1480C>T p.(Arg494X) Nonsense
CHD7 NM 017780.3:c.1683delC pl{Leu563X) frameshift
CHD7 NM 017780.3:c.1957_1958delCC p.(Pro653GlufsX22) frameshift
CHD7 NM_017780.3:c.2096G>A p.(Ser699Asn) missense
CHD7 NM_017780.3:c.2101A>T p.(Lys701X) Nonsense
CHD7 NM_017780.3:c.2180T>G p.(Leu727X) Nonsense
CHD7 NM_017780.3:c.2195delC p.(Pro732HisfsX23) frameshift
CHD7 NM 017780.3:c.2504 2508delATCTT pTyr835SerfsX14) frameshift
#l2 -

t#tfileformat=VCFv4.0

QUAL FILTERINFO

G GAG

NM_012463.3:c.1561_1562delATinsTGCAAAGGA CAT

#CHROM POS ID REF  ALT
17 19559711 NM_000382.2:c.504_505insAG
12 124229474

CTGCAAAGGA . . .
7 140501336 NM_004333.4:¢c.736G>C G
7 140501303 NM_004333.4:c.769C>A C
7 140501302 NM_004333.4:c.770A>G A
7 140481402 NM_004333.4:c.1406G>A G
7 140477853 NM_004333.4:¢.1455G>C G
7 140477848 NM_004333.4:c.1460T>G T
7 140477813 NM_004333.4:c.1495A>G A
7 140477807 NM_004333.4:c.1501G>A G
7 140477806 NM_004333.4:c.1502A>G A
7 140453987 NM_004333.4:c.1741A>G A
15 40476003 NM_001211.5:¢.670C>T C
15 40498482 NM_001211.5:c.1833delT TT
X 41712461 NM_003688.3:c.79C>T C
X 41604817 NM_003688.3:c.316C>T C
X 41379807 NM_003688.3:c.2632C>T C
11 2906581 NM_000076.2:¢.139C>T C T
11 2906403NM_000076.2:¢.316_317insGCGC G
11 2906259NM_000076.2:c.460delC AC A
11 2906018 NM_000076.2:¢c.701delG GG G
11 2905999NM_000076.2:¢.721C>T C T

HE=SEEE00r000 Q>0

GGCGC .
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REREBRIITER TAERICHEL THETS
LEA R T EFIL - AFILEREDED
DT DI ENLESHALNTE .
ARFEIENB I CEBEIC2EN SRS N
DL DRBEDERTRE, BRTERE
HEBEFREMEERMEZTNDD, LR
N TEFIE - AFIALERE, DNA AF)L
LREZRIETO2FRZMEL TURBRET
BZTWEBFBIRICRILI TSI EZHMET
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1. TED X T« v 7T 7= B & sk
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BERMMZIEL, 7/ L DNA %508 -
ML CERTREICEERIMER T 5,
Mtz 8L 20X EHE U epigenetics i#AT
AICRERIMERT 5.

WAL TWDMBESEREE DNA BN, K
% DNA £/2I3 EB VA VA L 5 {LMifa T
HO, EARPDNADIES T XT 4w
OB, BLEARAETHD, TED
THRT 4 v 7 BRI, SRS D 0
BRFEL T~ —REEMR G
fa7z &) MUBETHD, B8R T2E%E

I NDER, H2W0IFBLERE THE
KU B TEMENCEEZZ T\ DAEHR IR
LT, #FZCer /) LB IONATF)L
b« 7EF IR O/ DIC BERZEE 21
HLET EFERFIC, DNA i & R RS
BIMBROREFEEEZITD . KEMAZMERE
HEX, Blood lysis buffer (NH4Cl:155mM,
KNCO03:10mM, EDTA: 1mM) 12 ToRIMER % 1A
Il & EHIMER 2 3= 00 B 5 &[RRI,
HetaSep (Stem Cell technologies)Z fi V\/z 5 #%
MER D EEEIC L DT o 77,
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WESEEE £ TIT, BEFEHRZEME 17/ A
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WFZEBESE) 12BN T, MLL2 BEFA R EAE
BEEORERBLETO—DOTHDLI EEHLMN
L7, T D%, KDMAG6 MIRE SN BITES
7o LU, MLL2 Bz THB LU KDMAG6 EIx
FEDHITERDEA « REDZWHINDH S,
SBOIEDS 22T 4 v I BFTODITIE,
FRRBRFELZERREL, N2 1 BN
RipETIZW8D, AEH [ E & REGERE
BB E DL BRI & exome fRAT 2[R L 7=,
SBRDIETD 32T 4 v T BRTOZDIZIE,
MLL2 i&{xT & KDMA6 O RIERZ TV
NS, BEREEE, ZREEFAZRBILDD
NERFT 2. ZERRESICOVWTIE, 8
FERERFICESAEENZRINTBD, K
EH G EREMBIIEMRBEBEOLRMTE
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KDM6A B FAERRE 158285 E LT
exome AT 2 FEE L 7z, Exon JEHE I Agilent
@ SureSelect v4+UTR & 5 113 SureSelect v5
ZRAW, >—7 > —id llumina HiSeq2500
AT & 5500x1 SOLID > AT LEHER L
776

3. WEBHEABBHOIDHD
Chromatin-Immunoprecipitation Sequence &
(ChIP-Seq k) DzhFEAL, IEUE(L

ChIP-Seq iE1d, KED > —7 > A/NTIHE
20, £, AFIMEEA N, YEFIVE
AR, AFIVET b FITNT B
INTETEY ) LERRELE, TEY L
2T 4w TINS5 TN DB OHETN
AJREE /D TE . AL, KRB —5
> —& LT 55001 SOLID > A5 ADF| A
&M LT ChIP-Seq {ENSAIREIZ /25 L D 1T,
5500x1 SOLID @ —4 > A 70 ha—)L &k
Bl ERIE, —7TZ¥HIEJ 5 emulsion
PG{@Z%yi&CMPéﬂt%Wﬁmm
ioffﬁbfﬁﬁémmmiﬁ CHER R
# % KAPA DNA polymerase 12258 L TRl
%ﬁotoit FRFICR RS — > 2 &
L CHFREERE T H S Illumina HiSeq2500 Hff
ALT—7 > Af@thzd7=,
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XN/, IN5IZDO0nTIE, fﬁﬂﬂ%@
Az oL, RELZ. AFRK 25 FE,
HBENBEEZ =5 4 6] (MLL2 £ R
HE 241, REA2 41), dbimEEERENS 2
#il (MLL2 28 &%&ﬁz&) BHFBRRF 1
Bl (MLL2 2R E0EH 1 4], RiFKSE 14
(MLL2 £ R ER 1 #1), ﬁW$4ﬁ%@b
1 (MLL2 ZEBEEG] 1 #1) @ 9 i Z i BT
B L7m, BAERKFED 1HZRWLZ S HID
et o AMmEkESEEL, BIERELZ.

2. MREBCUEMRRE BE BT
MMQ%&UKM%A”WQ®HM%%i
Ban1ombdo, FrETU—>—4r 28—
T%ﬂ%2ﬁ&?@%iX7U~:>ﬁﬁ%
TLULTWRWEREN I fld 5., BEITIZA
7 —=Z72T MLL2 (KMT2D) 3L

KDM6A (2RO 72 EBFED 15 Fi58
Nz, N5l %mew%ﬁéﬁoto

— 5 Ot TH B0, HBICHHEINLGE
RIFRR INT, MLL2 (KMT2D), KDM2 LIst
DOHFRBEREBE LTI, ROo Thizl,

3. WEBELRBITOIDD
Chromatin-Immunoprecipitation Sequence ik
(ChIP-Seq &) Dzh&RAL, BE¥E{L

) = Y- Oa0bra—-)VO%E &7/
LERRELZDNADAFIVE, EXR2D
AF )L - 7&%»&%@1521??4/
7707740 TERDZDIZIL, ChIP #
@ﬁ%%ﬂ&ih@mm&m%ﬁ k325
EINMBET, FORDIZRMR —4 v —
JOorId-NVEBER IO, O M-
VR B, 8% D exome fEMTIRIZ T target fEIER
R < BERSIREN KDL Z & (FIN—%F
MWEWZ &) THmL 7z,

S depth 70 B2 T depth > 15 fEILAY 90%
PAE&T72D, SureSelect v4+UTR w7z
exome fEHT & LTI, Ilumina £ HiSeq > A
TLEMERA LR EREU EOMREEZRL 2.
= B —3 A5 A3, HiSeq2500 HEM L
THD, 5%, ChIP-Seq EBRDT—% Lg%
SOLID % & HiSeq2500 IETITH FETH 5.

2) RNV EEFEDOEREMREL:
Chlp-Seq =T, A/L<Ur125% DNA bR
R DERIE DR E D LS LB THOERLE
et Tho, £/7, DNA DAF UL, ~AFa
XU AF NALDRIE DT FHDER ~
U DACEERNMLE T, TNOOHEEER
TEHEDTCND,

D. &%
IEZLRT A v IR ONT, 1275
BAGIIBENFERTE 245G ZHBE TS /2. KAPA
DNA polymerase Z{ff L, emulsion PCRIZ T3/
=T ABRERETHIET, ITNETLD
VR D D7zl dataZ 9 Z EANATEET, &7/ A
ERRELIZIED 2 XT 4 v 7 RADEHES
72077

MLL25 X UKDM6AR IR T & RIETE DB FH R
BHOGIE R AT Y —Z 2 T 2R TWanilk
9% DExomefffi MU THAILE D =27«

v 7 HIENC RO S FHRBEAETFORRICHIENT
Do
ITEDZRTA VIR ONT, 12758
RSB VERTE 2 H ZHBETE 2. KAPA
DNA polymerase Zf#H L, emulsion PCRIZT
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2D U RATIRIC TR R R B BB R A i
BEFERLT, TR T 4 v I B
BEZHET., UKD, RECEENOME 4
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REGEBRBETOE R b7 2F I B EE
DOFENL, TWECUEEBOERREEDORR &7
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T F AT DT 2D SN DIRBITE -
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FREBRTFEELZRETE TV, 215
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BROWREENER-S TR, TS OO
AT T,
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inhibitor (HDAC inhibitor)) #573< ™ 2 D&
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WELERR =t A b > 7 v FIL R EBE
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