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Capter 1 Prader-Willi syndrome
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Prader Willi syndrome
Angelman syndrome

Beckwith Wiedemann syndrome
Silver Russell syndrome

Kagami Ogata syndrome

Temple syndrome
Pseudohypoparathyroidism



Beckwith-Wiedemann JE{&R&%

ER BHARKRE
BAIL=T

=i

e IR{E M #E

I, B &E

H‘ﬁllﬂﬂjc

HIEED X IR N B fE

D1IVLREE DS B




Beckwith-Wiedemann syndrome®
SR TITA VRS

IGF2/H1I9R ALV DR E

KIP2/LUTIRASV DRE BAFILE-
U E S

BEFER BRAFILAE

2

DMR-LIT1(KvDMR1) H19-DMR

BAIGFR20) IR ﬁ

<&

=—{—{ A

cen tel

>



Silver — Russell fE{xE$

JINSIRE B Ak -
¥ =F 2D EESR
ESIEDEIEE

G IEXTFR




H19- DMRDAFILEREIZKSEBETIL

Maternal IGF2

Paternal IGF2

Maternal

BWS

Paternal

Maternal

SRS

Paternal




/& Kagami-Ogata syndrome® 5

£ E3005EEAD— REAEIZT2561% R E

FR 14BFZEEXERFEAETAVI—EEEKEIL., 14932212 FET 10T

UTAVT BIEFORBEEEICLKVELS

o 1ABZBAEFHMESA1VI— upd(14)pat :

o PUNRK BEEBEFE14932.201G-DMREMEG3-DMREE LU/ R &

« IEZERE:upd(14)patDRIFE!ZRL. IG-DMR, MEG3-DMRDBE| AF)LILE R
TN ZAVI—EHIRELEBOLGVNER, TDAN=_XLIEFEATHS,

fE 4K

- RBIRER.-F/KBZ

- FREEDERRK

« HARIINILBEEESINS/NEERICLLFRES, (FEAEDEHITEHY A
[CH A ANLIEREEZNELTINEREELICHEERE ITHET D,

o BEANILZTOBEEHDHE

. ;g%ﬂ@@féﬁ%ﬂ BIEEERZE | REEH DOME/N, FHER P INEEW I F -

o ZLDEHTHETER

- REIAHFHITIIHEHEETER



Temple syndrome®

[i#45178% (575 UPD(14) [2&5 (58] t 859K B8 (56%)
2% IFTEZEE(ZKD JKEESE (11%)

10%lE R F14932.2 R KIZLD [EE)RITEEZEH (33%)
HiLD%E (33%)

[—#%] B A (18%)

E& R (79%) o D5A (24%)

112 R (87%) A
*EW%E{E% IUGR 75%) (BB &5 EE (—HOBED
BEENE /EEL\U& (43%) INEELE (87%)

12 B FE =B (83%) Z5 (31%)

FEBE S (59%) INSTE TR (96%)

B DFEMER (39%) [X#RJEIZE (23%)
INROES) /R EBIPEE (12%) [R5 ] BELA R F (86%)

R (30%) [##2 1F BRSRIE T (93%)



Capter 4 DNADXAFILE

Minor
Groove C
_ ~ D Q
_ ,gf__\j\ /I?=O
T
Major 0sP-0 — | 4 0.34 nm
Groove N G ~Q J
9 ﬁ? _P=0
e 0 0
. () g %
T
Q A
0=P-0 | Eiw— 0
G \
o _ _P=0
C 00
2nm
Molecular Biology of the Cell Phosphodiester

5th edition &YERE; bond



DNADEEERENE

3!
H (0
=c’ Ne—N
C/ \N H N/ «
N — mnnn H—
IN_J N
o C—C
AN
CQN/ /N—Hnnnuuuo// N
7r=v A FIv
H
\N—H e Q
N\
N=C 6N
&) 2
N — N—H i N C—H
Y N/
. o—
N i H N\ e
H7=> k&S H \H

)‘9")1»;/ (S

0.20—-0.29 nm




IAFL—avIiEEEEFECT DR

JEAFILIE AFILIE
4+ EDNA f8FEDNA




AFL—av[EIDNAEREFFICHFINS

2 XM

FoFtEREH

o R 5
4% ILAEDNA /
at CpG B’Ws’\‘
FoFtU R %EHS’
FoF R EH

1078

y 5 3
= Iliﬁlﬁiiilﬂ EI.III

ToFEUREE ToFt Al




Capter 5 DNAXFI)ULITFARRDLICES -
AR RIRARBEREIR T AE

78 w8z <Pl

MEC EICBBITERFEEITEVEERFIHS



BRI FAR R AR IE TR LB 1A IER KRB R E T E

kB REE SFER

EE |E® GNASIEB TIXPTHL T FILDOMRERNEEICE 5.
BELUVAN MBI T)oTA0 T %215,
RT7UILHAREE, B7LILHARET S,

AHO |EFE-ESE GNASDERMKI/N\TOLR £
BT RKIE-EiEAE
PHP1la | AHODRIRE! + BENSZITHUVEGNASO B R M/NTOT 2.

FR{E\E DPTHIE LI ATV TAVTE2ITHBEELUVRA L AT
CafRBIEE, PTHEIE |HREMNTEIZE'E

PPHP |PHP1LaZ4XALAFRZRD | KEMNOLZITHEULEGNASOERM/NTAT L.
BREMNAHO DHZE | (T T40 0 %2 TABTIERBAFETLILA
EERY A= SEHRIET 5.

PHP1b | PHP1aD M EED | BEEGNASAV T T4 T3 —DEE.
HTAHODIEIRZFED | A T oTA4 0 EaZTRBELVRAD BT
A A RIEMNTEEITEL

it D 4B %% TIXGNAS A biallelicl ZF I

AHO:Albright hereditary osteodystrophy
PHP:pseudohypoparathyroidism




EXRIIE7UILFEIER
2mx

AHO
I:| PTHIE 7 % D {E Ca i fiE




AR R RIREEETEIbDAT) T RE
EXEIE7LILEE ME LR CRALEEFOHOREE
s || e || GNAS

gk | ek | GNAS




Capter 6 EX B> ODERS

DNADIEEERFIDEIL LN LD EEFHRE
DR Entte

« DNAD *FJLAE

c EXNUDTI/EBEDIEER
RN, P

DNA D XAF)L{E i

ERRNY OF7EFIVE

RN R V2 1 X %




Kabuki syndrome

B PRAE IR

Y E AN

B 5
BRIEED /YR
KSR

BIZ iE

Bif&EEF
MLL2 KMT2D
KDMB6A

URDBMS




core histones

EAXARIERTULAYV =L e oo

| ]
“beads-on-a-string” nucleosome includes

form of chromatin ~200 nucleotide
pairs of DNA
NUCLEASE
DIGESTS
LINKER DNA

released ¥
nucleosome 11 nm

core particle ¥

DISSOCIATION
WITH HIGH
CONCENTRATION
OF SALT

—
\fhgri*’ m

oct:a:méric
. 147-nucleotide-pair
histone core "5\ double helix

{
’\ DISSOCIATION
]

) wL yb Ap
H2A H2B H3 H4
Figure 4-23 Molecular Biology of the Cell 5/e (© Garland Science 2008)




Kabuki syndrome DiEEFERDZHER
KDMGA

modification state “meaning”

®

@ Methylate
Histone Tails

Transcriptionally repressive chromatin

Current Opinion in Genetics & Davelopment




EXBM>H3 N terminal tail Ot & DRk

modification state

X

27

Figure 4-44b Molecular Biology of the Cell 5/e (© Garland Science 2008)

“meaning”

heterochromatin formation,
gene silencing

gene expression

gene expression

silencing of Hox genes,
X chromosome inactivation



Capter 7 I ESIARTAVREHER

’

O—47)L ") —/ZDNA Z £ 8T 1EXF JL1E
(DNAXFJLIEEEZEDHEZ N SHIIZHIZ TEXR FELEIZ)

a—+7)L41)—

Japan Saciety of Human Cezeson

Science 2008 € B AmEGES
\‘_/ e



BEDEHEELRFOFRIEIL

« BEFICITIERRIZEILSEHIELEEBET H
ETHEEZEILSEAHENDS.

- Bz FERAEFEED I V1

ERDAFILIL

« TNV —R{EICEETAHEBOAFIVLIEH S

AR AFILAE

« ThLFEEI
+5.

« INLDIEMILT

ZEBERF/ TN Y—DEESED

LIV ERIZE

ETIIRBFRFENISESED)

s CNOLDOEBIIMRSKZBAT, HFSNLH, H

RKNEHDHES (4

= E#RR T) —

5. (XE/BAEARFE

El)eyrEns.



EInFORBRE DS FHRIE

1.

S

B~ e

on

B FDERERERRBBRLZSUIZZDS ] 2,000 bplEE DFEEIZIZCPG
island DIV DIEAFIL{E »ERE DR

BRI D AF JL L = EL T D 1%
ERFTAILDTEFILIE=»HOTFUELEDEHS =ELED{RE
ERRTAILDAFIVIE -BRAFILIE» IO F o BEDEIL
Dgi@ﬁi@#iﬁﬁ%ﬁﬁwxa‘-)m-ﬂﬁxa‘-Mt =TI N\Y—D
FRE

miRNAIZ&LAmMRNADRE

EHLZVEEFOEREERKRR[RBBEDCPGIEAFIVLIEESND
CpGAFILLIZHEEAHFHBEL AL CEREFERNICHEESNSS.
CpGAFILILIZDNAEH TS h 3.
g‘g:ﬁﬁ'ﬂiL(iuiﬁﬁwiiﬁ%aua‘-)wtiﬁl:;é%ﬁlﬁ%h“ﬁ
XZEEEDARFIIEIXICIZTEERBINSAAFIVIEIZEYES.
BEDEIETF (FEIH15q11-13, 11pl11.5%4E) TIEAFILELIZKBBIEFD
AERIESNHILECFORBAERICHEENICSESS.

CpGAFIVEIL B FRERATZNLI-MEIEEHRET S.
IFILEEIZFHBE TIENEREBOHBRATLTHS. BEIHEBEERDS
EREI D AFILIE T % [E] 5.



TESITIARTAIR

e DNAMDIEEFELH| DL E = EIR 1L

I DT LIZ;

o AFILIE

BENGERFOAEIL (EMIE)

= IJEE

= dD

X Al

MR D SME
JR1E D Z AL (25t B 7
o AFIELSH L BIEFRBORETHAED B D

EX L DESR

2 YBRI A AND

miRNA: E5 5 1% IR 3R &n



- BFI




PWSEFDEE 21T THMN>TEE

BP1 HERC2

GCP5 1 )
CYFIP1 Type | (Tl) deletion

NIPA2
BP2 "HERC2 1
MKRN3 Type Il (TIl) deletion

MAGEL2
NDN
C150RF12

IC | SNURF-SNRPN
HBII-436/13
E HBII-438A

snoRNAs HBII-85
IPW exons

HBII-52
HBII-438B

[
q 1 = UBE3A

ATP10C

2

3 GABRB3 B Maternally expressed genes (Angelman
4 GABRAS5 syndrome genes)
5

6

GABRG3 B Paternally expressed genes (Prader-Willi
P (OCA2) syndrome candidate genes and snoRNAs)

Genes expressed on both chromosomes

BP3 HERC2 Genes with paternal biased expression

Gene expression status not confirmed

Tel




PWSOEFEEFDEIZ—1

NECDIN :DNAFGEZ/\), MEDFHZE - HEEEHE
/T IR RIIPWSERDIEIRAH S : (B R &,

EEIEITEY, ZEMEIEEEAEM) A, BE - IRHAOEERE S
ETIEAEL

MAGEL2: B+ #i~ER

ARV LEE, BAEET, EatER
Schaff-Yang syndrome: MAGEL2D H DHEEETE R L E
/VOT IR DATIXFERBOEZER, WENE
T, BEELZDOBEDAREEM,

AR DB EMERB DL

B A EIHIZE &

L7 FU T HRIGHEDIET




PWSOEFEEEFDEIZ—2

SNORD116 : snoRNA HBII-85
VDT IORIIRITEE
ZDELFEERICRCEEIIPWSDEEIR.~IEPWS
(B5 &, EEE7YT, FEERNGLNGE)

200LL L DEEFORIFIZEE

SNORD115 : snoRNA HBII-52
serotonin S B4 2CH FHRIHA[E

D

PR ¥ OYAEN



Overall, 0.35% of
potential DMRs (meeting
coverage requirements to
be considered for DMR
calling) in the WT cortex
exhibit light-specific
rhythmic methylation,
with 97% of these
disrupted in Snord116*~
cortex.

Rochelle L. Coulson et al.
Nat Commun. 2018; 9:
1616
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DNA FISH for the diurnal
decondensation of the
paternal PWS (green) and
maternal TS (red) loci,
including representative
images for each condition.
Compact silent alleles of each
locus are much smaller and
fainter than decondensed
active alleles.

Rochelle L. Coulson et al
Nat Commun. 2018; 9: 1616
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