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NoonanfE & & (B8:E%E) 82 2R AS— U BREE 19
22q11. 2R K fEEEF 60 B AUE 19
Williams$iE 1% B¢ 56 f8 5 fE 1% BF 16
MBI 51 Cornelia de LangefE &% 16
Beckwith-Wiedemann{i {&&f 44 13k VE— 15
MarfandiE & 39 Rubinstein-Taybifi {&#% 14
SotosfEIZE¥ 38 4pE/JS—IEIREE 13
FRIRE K 37 Klinefeltersi & 3% 13
Prader-Willifi {& &% 35 Ehlers-Danlosfe{&#f 13
181 =2— 26 SpE/VI—fEiEd 13
CHARGEJEIx & 23 Pitt-Hopkins4E f&# 11
AngelmaniE & & 23 TurnerfE {= &% 9
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Chromosomal abnormality 94 Xp11.23p11.22 duplication 1 DYNC1H1-related disorder

Down syndrome 63 Achondroprasia 2 Dystrophinopathy
p |
Down syndro.. —isaic 1 Alagille syndrome 2 EFTUD2-related mandibulofaciz =/A \ 4 \ E
Trisomy 13 1 ERF-related craniosynostosis n?
Trisomy 18 1 GPI deficiency
5p monosomy syndror RS o B 1 GRIN2D-related disorder
Emanuel syndrom- Ij 1'% E¥ 1 Hearing loss 6 3
Klinefelter syndr / J_ L 1 Hemihyperplasia
46,XX,del(1)(q4 5 Holoprocencephaly
46,XY,der(4)t(4;5 6 4 A e 1 Hyperlactatemia —
46,XX,del(9)(p21) 1 Hypotrichosis 1 RERE-related disorder
46,XY,del(9)(g22.1922.3) 7 MCA 20 Rubinstein-Taybi syndrome
46,XY,add(12)(g24.32) 1 MCA/DD/ID 28 Russell-Silver syndrome
46,XY,add(13)(g34) 1 cercsrarcavernous Malformation 1 IRF2BPL-related disorder 1 Saethre-Chotzen syndrome
46,XY,der(14)t(9;14)(934.1;932.3) 1 CHARGE syndrome 2 Joubert syndrome 1 Schwachman-Diamond syndrome
46,XX,der(15)(pter-q26.3::926.3->923:) 1 Chondrodysplasia punctata 2 Kabuki syndrome 6 Scoliosis
47,XX,+add(15)(q15) 1 CLCN4-related disorder 1 Kagami-Ogata syndrome 1 SEMAG6B-related disorder
mos 46,XX,psu idic(18)(q21.2)[2]/46,XX[28] 1 Cleft lip and palate 1 Kallmann syndrome 4 SETD5-related disorder
46,XY,del(18)(q21.3) 1 CNOT3-related disorder * 1 Short stature
mos 46,XX,r(20)(p13q13.3)[7]/46,XX[23] 1 Coffin-Siris syndrome 2 Sotos syndrome
46,XY,r(22)(p11.29q13.3) 1 Cornelia de Lange syndrome N SOX2-related disorder
mos 45,X[28]/47,XXX[2] 1 Craniosynostosis — A ’ p— ( - ' °lit hand foot mulformation
mos 46,X,psu idic(X)(q21.1)[20]/45,X[10] 1 CSNK2A1-related dis S -related Neutropenia
46,Y,der(X) 1 CTCF-related disor re
47 XYY 1 CTNNB1-related disorder 8 7 ngeal syndrome

mos 47,XX,+mar[11]/46,XX[19] 1 Culler-Jones sync sclerosis complex

Chromosomal microdeletions/duplications 7 DCX-related disora .ammary syndrome

il =>% (== N iati

Williams syndrome 2 DD/ID/ASD ]J \ 1 =5 \ _R association
Potocki-Lupski syndrome 1 Dilated cardiomyopathy ;i I i / yTERN WAC-related intellectual disability
5026.3 deletion 1 DONSON-related disorder 18 Wiedemann-Steiner syndrome
15924 deletion 1 Dravet syndrome 5 X-linked hypophosphatemic rickets
22g11.2 deletion 2 DRPLA 1 CFC syndrome

R R R R R R R R

e R R NR 0w

e S I =S =N




f2RRIEE

BEEIINBEELE 22—
e J— S\,
BIGiZE

BIR - Rik

R B LS

BHRARE &

FILIRBEDA LG FX
& 7%

AEE:E e
"R IEX R



S FDA )Y

BEIN-FHiEH

KIED I RIZLBDIDHE

==

% %%hﬁb\b%b\

) Zg‘Jj |E.| :I:—G%/S\

:0F3:)




FEREEEEBFRE K (20005 ~)

EFIREAE DK
ToHF —o4 ) —fE{REE
1) T LREEEE
22q11.2 R AEIREE
H 7 X AEEEF
VI REEEE
Ry It X D4—T I fENREE
ORTOSEREE
X—F o fEEREE
4pE/JE—EIEFE
LR T T EEEE
® Svt/LILN—FEEEE
CHARGEGE{EEF
IWE S a3, B AE FEEIREE
T4 A1) REEEE

E£MSNEEZBREL-FEA
i 2 - WAGRIEE =%
FEAEEREE

O EHH

2q37 R IFEIEEE

19 E/JE—EEE
OpkJVE—RE{EERE
YaJd o fEIEEE
12pkUJYE—HE{XEY
18qE/VYES—/) T 18fEIZEE
RERAXT —_REEEF
TS —ILEEE

T— LT/ \—FE{EEE
EE

) Foe—a) o XEEEE
FRIAEX

fRfERHEE I &
EFAOBISFL O EIERE
S5pE/VE—IEIREE
BEEERIATSAE
BRI 2E
TILID 7 yE{EEE




Syt )L JLIN—EIEEFE 5V E

Bt 4F T—<
RIER

2018 HEMSEEEEIE 10

2012F SYEILVILN—EEREDIRRAEZRIZDONT 7
RIERX NS

20065 FERAIZDLT 4

2003F HEEDOHISEEFIFHRIZM 2




TT—rD o

Rl U wiRD | RIS

o

c RID (¢ FR) ’\ AL
o H K- DIEAHY (< HIIR) L -

e UV (¢IBEERDTEE)
O@ ©




AN -FEREADEREBEFBRDIREICONT



- EIGTE

f2LE

& EE

4=

ERYTENE

E

L DFELARAN. F-ZFDRIBITEED

Bz EYIIZA S & (IFHFAR. &) (FREZTE
"X EA L THHTEZETIEGELM?

-

« EREFAEZTITL\. ECEERE
DIBEHMAEATOHY FEEZT=LY,

ROV DR AN FzREIREA



YLZ AL HDIEM

- [BEREIEADETERIEIILICT HERLNH S

- [FERAIGEZDIEICEEICLS

- RABBFEIIR A AGEDIKELLY

- FEIMNFORECTDFHREZHEITHILITHROIFLED
=F =] b

Mercalfeis (2008) . Gallon (2005) . Forrestis (2008)



AL FELDIER

- FHNBESKYEELHT O RIZEERBZEFED
C R/RITONTHERIY =Y F|ESEL=\EEB-TLNVS
 INSWVENSEEBICDODWTEITCEN,. FELEHDO LY LW ZITA

. BEILIZDEMS

' 1511:E’]&’|a$|§7éjt)kl IFAHETIZABRNIED ., TDFDEIGEEN.

SN, EIEICEHDHRE .. RIEOHERICHEEERIFT

I

- BHOIDDFEMNIREETWS A, FELIERRIFIICEHLEMIZE.

KYIZEEYMNE

Swybowskais (2007) . Mercalfeis (2008) . Mercalfeis (2011)



ST @EBRRSN TS ABMLEERM SN

TaE8EEZTETE
-« B FF378 KMk Wb [B] 55158 5k (41.8% )

e 22q11.2R %k . hJX%

o RYJJLRX—)4—T 2 » 4T LR

« X—F o TSR —41)—
o Syt)L-)LiN— e YRR




1R 8k B D E L fEIR

22q11.2R R IE(REE 9 4 1) 7 L XGEIRE

R - FEER, VERE OEES. FiEER., OERE (KERFAF LK) |
faOIEER, BICHRERNE A ES. BB

Ry G P4 R+ )4 —T2VIEERE 77%— 94 ) —EEEt

BER. EE. FEEBEX. ES HAREE, B8 - B, REEF

X —F VIE(REF Y b REE(EEE

EBEE. VWESE - LAE. BRIEE W@ - KEE. HIB. REEF

7 vtV - IVN—EERE Hh 7 *RE&EE

RBE. EARFENIR. FHEEm FEEE, RER. IREHER



/EL‘%II\IJLJ/\OD ‘\i#ﬁﬁﬁﬂ_\
URAT 167 (82%) | fmATULAEL 191 (58%)

20
18
16

14

12

10 I
I 1l I

22q11.2 BWS Noonan RSS  Kabuki PWS Sotos

15

o N B2 OO @



IEMEATDER (E8ERE
FRDEAIVY
~3 (5 RHA)

4~6 (EE AR
7~8(INERIEF L)
9~ 10 ({NERHPELF)
11~12 (VPR EFF)
13~15(RF4)
16~18 (B &)

19~ (R A HA LLE)

B X TLVELY -3_ 17

0 5 10 19 20 25 30
Number of disclosures

17
26

N omR

W A
(BRIZFATRHEH+RFAT)



AANDBERFETRDE oA T - T
(EHES. n=67)

RITICITCERZERZ L THE W=D -7 29 (43%)
HEE T AFEMmICELZEE -7 20 (30%)
FERIZIT< B A = ANT- 17 (25%)
TLE - B - EL DA RY EAH - 11 (16%)
SR SERIC D W T EHNT 9 (13%)
B DRIEZHICARDNEHAT: 7 (10%)

Efﬁiﬁ’ﬂ@ﬁﬂk%m _LTwz 2oz 5 (T%)
zof (RRXZA4F) 25 (37%)




oDl &ZzfM-oTIELWL, BRoEYEL{fFEE-2TWLT=®
[EEN LK BEEIRRI 272G TED L) (I

RO ZZ P FM A EREZME L TXIToNbd L DI
REZDER. LHBIBOF O ED/-8
BREVCEYLIEEORERZERL TCHD DD
YIEFRICAFLIZ71Z28

AYOREICAIMZEEZT, BODKEEIZOWTENTERASLDIC
EZHRWERIZLA S

T T —= DT DT

BEVEREASKREICSMLBRE > 7-

il




[ATHDH L

EAT-NE (BHEEIZE. n=67>

ER 9 (73%)

Ve 2 (63%)

PRI 8 (57%)

fEREE 3 (49%)
By 1 (16%)
Bix 5 (7%)

Z D1t 6 (9%)
HodWwThbhWwae, EBEFELIEDLDHD Tt%%&_t
bhs2e; HMWEFTICOVWT; QHEBO7-TOICEM
ANAE: VAN NN = 27 N DA S T%@u_twﬁkif



FRRICRZ D722 & (B#EE. n=67)

Hhhl) T IR 45 (67%)
SV TIIHRR D 33 (49%)
TZILTEDHEDICIEAD 32 (48%)
FEICEA? 24 (36%)
RE=2FFZbHAEL 18 (27%)
RKELBBETIIZWEERZ S 17 (25%)
BEMIC, ELWVWHAEEZFE-> TEAD 2 (3%)
Z Dt 10 (15%)

— ATlEAmLy,, RIEAABLTEYBEZILD 5 FiNzE]Y L
AR > CE/-; =< XADOANIZBIITONTEA; A - 5
DIDEFIAIXICIAOND LS, NELHAOTSL, B4
WIRZDH D ; AAREZABEZF > TEZTTWS



& B R TI&RIZIL - =B
(B#EZE. n=67)

FEE : 414F

« BE - REDE : 324

* WeblF#R : 1614

o ZTDith : 1014
FEEMNDE Lo -ERBANXE

HOBELDIFHRAZE.

A, JAE - RDIEHR.
SZFDIBEHR. RIEDXZ X




FIRZEDIDG
s EZATEM o=, BEBLTULEL - - - KB
° %ﬁ*d)ff‘iﬁih\gﬁ c~’J7L_ = - %é& — EZTEhoT-—

KLEEMoT=(88)

60
. — B ftrot—
A 1=<tEh>1=(75)
40
30 #BELTLVGEN—
20 %ML TS (95)
10 - — RIEEOFGEERIEEST-—
0 BREHOTULVELY(67)
4o 100 90 80 70 60 50 40 30 20 10 — W\OTHIEHZ—

T DIEDO5LN(T9)



BHAN L BARICIRAIC FELNERETE S LD
=Z 7- i’)?f)\b\ NSl X vrdZ O fl A

BBz, RiE
YU TUREETRE

- - .
%otvf—m&% ZBhiFE éot 7%\ I[BB8z T
STEZTTEHLWL

A5 EITHOTF
E@%ﬁ ANZS

(x50 T R ) ¢ A

O - _ AROLITIEE VDY
ff?fﬁéfﬁb% e D

X Bz H(F7- <
JE Ly ) U Y




FHDFELY

- HMHYPICEREIC, ZLTRIRIZFIZIEZA DN A EDIEA
=Ly

- KA ZOHFEVLDOFRLREILI L0
- AR A T=RICIEKEFLIZHFEY ROV DTEZZ(ZHY =LY
- REKEDEEIZODIDOLT RAZLOEMIZELL

=

HEANE

Ea S ATRRLLY



R, AT, RE. BAEROMETE,

L
H

HAEEINRERLE & —
B-HFEOHLIBTEAL

A EAERMICHES

%Eﬁfc?%%néuz;~’ 50
EIFWCERSE - B8 3 IR Bes T . b

2 = r52§§°§%§§kmU?$iﬁ%

T 57— L REE T i
P BN VLY F et 1

¥, ORISR RER g D
vir— FREICE, P gﬁg#\%§\¢m

BREALAGE | FSoo.
b—RaEl
grHzLicld |
—lce A
DEEE AL

AN RZTE-EHmRZESEIZLI-LEY

bl

KAk

* $hERA S R4 (2 BSOS 0 FEE 0B
WhWET 39

* BFIADFR, BRIZEHE T
Diecall

* BEE fEE HELREDOS A
BFEL &

%5 /D ER
* BEEBLEDEVICTRINWTE
= hOalBFE L Loz *
enlllme st s la g e e UL
* 55 DR PR ICT < EH

ER by
* FERA WIS R, B

BEMAEATAHAEL LD
* ZMAIREAEL THARS
* EEREEA’EH 2GS

[Hhr ThREEHFEL LS



(EZBICHBI-T

7 0% V4

* A5, BABLVOZFRICIERTHD FEA

* HHSADKKFTEDLEENKYITY

¥ BFIAIRMEBEPHEOSKREICSINT 24P T
BREAD, BELTWZEBHDET

* RRICEANDGBEDERBREZ RO TWIDLSIC
EATWEXRLELS

X BFIADEFEH. BREICEDLETRAKIEAT
WEZEUL &S

* BFSADRZICHRBIFICEGATHITEL LS

* ZER. 1B, BEREDTA 74Xy MK
BTERLLD

FHoI< b

¥ WOTHHVPERRSELFEED

¥ MEBICIGCTE LSV, KA. AEOBERE
EWDTHEES

* DEMN. £SKEYR— N DBORERFR

* FHRZPHEROBELDBEAIVYEY VS
D3EF

> HA

X BRIEBEDEWICROWTEZET

X bMWD PILL IV FINIEZEL & D

k BiheEaLS5kEBEAXLESDS

* SHDERPERICITSERICODWTEAT
HFELED

* FERDBEWESIE. THRNICHERICT < HEMH
ELATHELLS

* ZMAIMEA G THEREXTY

* EEREEINELZHS
RBEThRELHBFELL S e
REZHNCTEATLEEZ L

BHIIEBEAS XYY b

* BOBEENDEBRICOBRNADXT

¥ NSWEBEHISHZCET, FEHBEBFDELD
BWEIFANYHEGICOBBD ET

* fDF & DEBWVWPERE - ARG ENDEEP
WMEIC D ET

k fHDFEEBE-TWWTS E, BHERHSND
CETCHCEERMNEND XY



FEH
¥ bMWD P I LIERBICEAEL LS
kB rvEAssoliEAE L £ D
¥ RITATBAA—IDFTELIIEA
=L &>
*x ZEHTH (\ERFPEESS) ICIEZHH
Eﬁi%;t% rSHlcBEEL & D
EHRE (\NEREZFECS) KIERERE
womrﬁwao&nrm<:t%%if
HEL LD
EER
SPEHDIAMEER Y K TRAXNSNWBEEICRD
i?@?‘cﬁgﬁ. #2256, FEDIELWBHREMH

BER - 551

¥ bMWD PIFCIERBICEAELL S

* BIDTEDESICBEBAFLLS

* RIF 4 THhAA—INE TR LS ICE2E
L o

* REOBRL T T, REPELDERGE
IKDOWTHERBEBICHUTEHEATWEFRLELS

BEANDAYyE—D

EEEZBRICHETSHT . DHBWNFIC
A5 TIELL

cWETINTEDSEERZIBDAEES
<o>TIELW

c ESRTIEHBOMNNIBEDRE. BEZ
HE-oTWVWETIELW
%@%Eﬁ&lb\h?h— B D _C(ti LJ LY

RRICRIFEWLZERF > T, #HEULL
B\SLTIELW

c BRULKETRAEZZES>TIELW

cHOFICEWVWBWBRADWNWT, FEWZE
BB XZAT<NBARBIT VWS

- BEPSEESTR LU, AD5 L5
Sl BXEDEA 2

-Tﬁk&bﬁM£jk\Mﬁbamiok
REH B THIR— KT S

c RANDKFEZ—BRUIICLTWVWELW

BFEZENNTTEDR > TVWE, EARE
TH—HFDOEMECTHHEATWS

Foo—hRELD



LS EVWADAYE—D

cAUMAZHDE L STEWVWERITIMTE
B> TWIBAREZEH LW

s REERE|CH->-T<hTW3
c WO THHRIHKE., KULEE
cDDBHICESBVWESES

cBHEEMNTLBL. WEEWSEKITIEA
Z2EBLTHIFTTIELWL

« RKik&E U TEN BT D RERFICHR—
LTIELW

s RZICHRESIWE SIS, DEZEHRVLDS
I LTHIF =

cHTEERICETLSTEVWOANEDEEICAS
W EEFES

cBRDANEZHESHBEI OB ELETIE
S=E AW

cBUKEERBAEZZE->TIELL

AICTHIEL, 2, BULWAXEICLT
(LW

FYr—hREELD

EHDHIC

BT S AOBUEEZ S NIE, ROEEE
50t RICAREMZ e ENEBVET,
BHIEHZELE. BE2ESLT? ERS
S5, DOXOHEFEMS LOEENEL
BIENEBVET,

BRI DEFSAZHNIC, BOZRUDDH.
LGABIENDHLS, HELSZIRZ B
SRR SAVNBINERWVNET,

BRACEDEFSADRIGPLOEEZE X,
BABEIRRZRLDDIFHARDI ETT,

SOOFEEICTHAWCEWZREBZAD
FEAED., BFIAIGATEMTEERS
Thh, EACEEZEREBLTWERATLU.

X, RHSAOEEITZEVNWELT X
ERODDT 7, WOTHEDRWRZ &43,
EE - FEHOFBEICHI I DLET, FA - Z&S
EWENRZFNICE UL EBRAEZSATIEL
Wy EWSHEDNHBDFEUT,

ZOLEDIE. FAEICFHW I WETH
SADLL SADEVIIAHSHTWVWET,
COLEDEBGEAWNIEWHEZAD—E
ERNIEEVWTT,



AAN-FERE(I0ELLE)EM7r—k

2021412 A ~2022 1 H

« KA594 . FTMNDHE[E|IZ294
» [B]fA984 . TN HHE[E]E 394



REBDHDHDARN

* 29/59 (BIUR R 49%) . IREDAR
o MR- FiR 2291 1.2DS:6/914 (67%)
Qz:16 Q%13 BWS:5/1 3¢ (38%)
| -307% (139 1 9%.) NS:2/44 (50%)
« BI&E&EDAR ' KS:5/914 (56%)
QO RADE: 10 q %, \WS:6/| 0% (60%)
2 gr:le PWS:5/ | 344 (38%)
2 Re:2 55%

SS:0/ 114 (0%)
QOBHE L o rmrnmme



7R DI E

/E P‘%"O)Eﬁw;;i;%:—”m \{ZCOM&EW?W&B%:
O TEI FHOEBRXRHWALZELTWSDEFE\ -
A E R TN DS *ﬁﬁ%ﬁ%’éﬁiﬁh\f:lﬁ’
I ‘ g«@ﬁég}z#ﬁi%&ﬂ%ﬁ%a:
BOBIEC TR L T B ORBRIH LR
SOERE S D T2 INSWEED SHED ALY ZKEBEXRTIIWITFR W W
- 1 B H SR AL

- ) RS IZB ML TV ELS

0] 2 3 4 5 6 7 8 9 10



\

FHRONE & RN DIEfF

ERRARE N LA
FEIR RACHRENZY
R FERDZ ¥
REZTIE s
Bz RERNDZY
AMTIES s
BEZTENDZY
ZDM -
0 5 10 15 20 25 g_ﬁ{f{@:t
ZHhNEIFEBEZ TV W
. . L SEBFRIERD 2
ACLHERTTELRVDIZAEDOEWTIERmERaNE W AP £
DX DEHIPT 0 5 10 15 20 25 30
X I AN Bror Lavkadsiy  YELrEVAE W

BENGFETTHENEF LY
FW WD TYISIBRRLTWS

AW EWESTWS B eRL-TW S



[~

ZNcavliNi s - ad ATy

ARDEBER o o [ | AEEETORKNLOR:
FERDZYL 17% 7% .y o MLAZTH\W BRI EF

| c NS BEORRENZ AN
« BRELTESHDR
3% « BERDEFNTELHWWE

=

14% 14%

B
St
S
(d
<
¥

24% 10% 28%

43
+
S
(d
<

5 NN
7 T 2 SO BB
5 10 15 20 25 30 e FLXZ5

w 2<EER PLAREH 5 CE5rH\WARWN e BEEIZHOWT
uHERBRERLYHE mahRYFRHIIKREND -

A\\% |

L5V EDREDLY

XERZ 4%

o




WD B, EARMSBEIT. EDOKDICHIDZLD

e I
ro&Hlc:
) PR 1" ey DN T K
CATRIGET: TN TESLLSIC
c R ZEFICECEEDS m | SRR TEY
« FEARICOWTEBAL TARFIC m | RYTATIC
« FEHSLRT m| PNIWELNSIRAICIERE
¢ RUIRSTBFRHE-735E T - 30 TN
- BorErnZE T | OESRALOEVNEDLL
« BEOHTI)SVIALERET m | .oz s LoT\3
« BEXLTWVWBHKIC R R REE LRRD AL NSH T
) REE w2840 288 L TITL
o U EBEMNS




ANNDGRIZ D ToARER

THONAHFTI')—
f%]@}i}f&%#’)ﬂf::}: “%%Bh%\l\” “%75 TT%” “l/ru \ ’» “K’)T%” “_sz:‘”
EWTW N BEETED LT
=iy i € TN R NN WEH LN BB EELI W
IWOIER T D B4

EFRMENHSH2Y HENEF BIDHZDOHNEN, EZNEHR W

RBEICE SN2k CLALAR NI BoNEDDG-->7-.BAYDBEHIRIIRS
FERD Y LeRYFTEZ ETLIFN T2 ELRTWV. EDOKAEIX
BETNHIY ok 5417

iz THIYL AR EINS EH LTV WD 5720



AANDOEMND IR ER

5 oNAHFTI)—
REDBHT. FYiAR, DI SIEL TNSE AADHR—IMREZHIZBHIT SN
Hi-1=-Hh=x BENIT NS KA LTINS, [RFLIZHE Y H->T<NS
LRV T<NS
ANEDHDHHY) REbebEENTLAE RIEBYENTES
WABWBIRAYDHEWHDIHSE. BEFzWTEIINS
HITOBWEH KT H AT DIRIT. R T DB FIKIT

FERILICERYFEAD TS BOEEHRIT WS BROEHNIF A BEZRELOT:
Ba5LT EINECL BRLLKAETTVWS EFNTFE RIFOENT



Fv7— L1 > b

B5(C

TEBCENHDD
SHEYHEARE(CTEDS
SWFERB(CAPTES
S— DD EICERTESD
SHLETHMELIIND
STEREEBZENTES
SRIE LH>HDETS

ANDZIEL
SR> TWLWBAZEITS
SBFEDIF=

THIRDES A
& —EFanEXDFHD
STHIRD LS

BEDBHENDD

SFTE

ST 1E

KSEET)

ST - EFJ

SMNTE>ZRIL
->TB

FU&

=N YA =
SFEDENERL ) \
& X ATIYYFI N
SBEHEL)
SEMNKELY B
SEE L D/IMR

H \&E O
AlCzLLy ABWeSS

HUWTEWNFERETS



=)

e BRINEIAMIVT I . BEDPF T/ NERBPFZEOERNRZ -7

e WO ZTA%0Y) WM OWTI. FLFRI R/ NFE R Y. R AR W
B IZERY) W WA ER A A ST

c AR D AESE BIEIZEA L TRILARLZREII D70, FED
S HBRIBOZY B IEEKICEHT S SE 2 FELH OV
/=

« TERADZNE TOEZST-1KER, B> ER. T L TFvr— LKA
AR B WE A Y AN TCE,

“\41




TRBDHDDIARANDE L DIZL

«39/98 (BYX#*E40%) . e B DAER
o M5 - Fi 22q11.2DS:5/ 131 (38%)
Q%8:13 Q%:26 BWS:6/ | 244 (50%)

8-35m (FF33 1 9m)
» EIEE DAER i
20%

NS:2/7# (29%)
KS:9/17#4 (53%)

QO RADA:30

o &(\::8 WS:10/20% (50%)

2 R PWS:4/ 154 (27%)

&Q@%ﬁt 0 "z SS:3/ 144 (21%)
HE | AADH nfr mERL




7R DI E

SHRERICOVTHEVAR
REICIT<GEREEVZE
AYOEREBIAINEON TR E
FRICNFLAEF
FLEK L 7= B
FELE L7 BF
AR MIG<KBENOH T I
ZoOfE

0 2 4 6 8 10 12 4 16



7R DI E

- A 4

A% B Re 1B E: Z DO EREY T B
RTNBLIITRIINT NFEDRFR FHT DB
i)ﬁl;/ 57;; N 3| >k L B
3X Pt SCC w yo
SR - AT NB HEDBHEEANNERIC N D
BHESZENSRT INEWEEN S Y=Y RTICERa>TNM
TIIAEFERL NS M) S HSDWN=RFIZ T En-> TN
KEBDHLARADNDHEZTRIRLZLE . i}
RN B Al k- 7=

kEZ_’(k\tM\ ]

o U AREE L7 B




HIRDAS & D58

ARCHRE D LA RACHRE I s g 4
R
AR 2 ¢ EEs
JRE .
RESE - RE oz o e
b p—
2z - REEE e s
BRI
b p—
iz E s o INEIEe
O 4
L 17 I DY
faé%d)ﬁﬁﬂl 0 10 20 30 40
me{msiWn Lo Lovkasiwyy YE5rH VAR

EE2DFEVHLIooT \
’\"%—z’_‘o)%—:{x\' NEY eV BEWEWESTWS B 2B LTS



gzl End5N

AR D4EFEER

MOTLOHRVORBIHETR) s s 2|

BT VD ZRIAT =R

(0]
~
I

FLHNEVDERDZ Y

2ORVEOMDYORLY IS s s

FHRVOSECTE I8 :

H-BH5DSEPTE

0 5 10 15 20 25 30 35 40
w &G HLEHEIDS EH5LHWVARW wHHREEEEIDHS R BEAKREN



IREBDH DRI T BAEZEL
=Py N P ANTRY 7

15 sk [ B KIAIIDIZTDSEL ]
513728 DAIDFRNTESHD
—HARRLCER M)W RFECLEMHITETAIND VD
E<IHEIH DD EARBEIZOL DY CRUSPTHELGBTETWSH
E-UXE BEIEDISIN VRS ERIT TR WA
— A EZRCSLEFERHTIELL SEEIZL TV ARV
HE IR
B> T ETHIETED L e st
eI VS ST AR TMEBELCERLTHIBLRW
ER DAL R HlINS
AN TIRESE BREISEN TV AN Y S
g S Z A RBDHLIAADHEENSFUHINZYE

DY) T EAE DI DD AW

E > N 7> ~
BHEC.SEIT WV cREEICWA W




[~

B0 BBDALZILES | BRRIRECH

%n%/\‘%:t]
SERY LR TREDDHEIRADFRERNDEBCRED LY
FRESI 2 BDH [ E’ﬁ@%&%ﬁ]
ERISR TS 00 REOBBEAIT BREOERT AL
AALFIREERTEICORTE b s R AICEKHORMSEEI &L
eI | (B HELL)
FEL=2Ce-aiTsnsns BORROBHEAIH TS 850 BEHBL.
REOHIRADEENCIZDENE  popwm pz
EBOFEETEOH

BT EE I DIIRS

TR RNHIRALLI B [ BRI
SFEBTETHOH




WD ARD Tz

BFYIZEICLS
EKEBEDHLF 0N EIN-F
FELDZTEH5

BRE

I TES5L)IT>MFIC
BRICB - EIC

hFAE

IR B

INFHE DBFIC

TELLITRVERET

WOTH, BARIC, HYwIC
EBEN DD T

MO DONEE NIV ENS
R F R~ NERKFF

©)

N

w

N

(&)}

o



ENRIZE T, EDORLDITHDTZLID

-

p
Y ARIBEmEmT:

« HEDEZFDP TR LLP-LKY
LTW3EF(15)

¢ BHLEWTENRFAT (3)
« VDT (3)

c BEPXHAEANPFT(2)
« FRPECTHRZE T (2)
EFDEEHINBIET(])
LU TEITS3%T (1)
fAH A WEFIC (1)

asRiz (1)

e FnY =N EI2(1)

« K57\ (1)

~

fEmJiK:

e KEIZEbLETHR7IZ(4)

. F@%Ez‘; %(4)

c BAIRIDERESHRILEEE (3)
. w’)%ﬁ‘)m sENHT(3)

« BARARRARCERLEBE 2% (3)
« —xt—T (1)

« BERIZ(1)

« FELLKTEIZ(])

e MEPLLHIZEEZEDS (1)

« &H5 (1)

- BARIZ(1)

L 7R\ (2)




= & DITUVNDIRTE D T ARER

4HODAHFIY)—
EEDHS ii}ﬁi@%‘]l‘%ﬁ“‘%%:t ELHEV —EITWBY 235 BLNBTY
A 7\5"’)75\1’)“1)1\/\’(\/\%0)%%% B & FEEIZOWTWW Y
S DFRE T T A _ _
7 E L<AVTEI B 5 A OS RN O S
- ABTTCHIRT O LWTEN R T 5 R TLLWVEBISGAEZ LW
-HENHIBWVHINS DELSIEVAETLWL
FEODHEHL
LR BIPOCES BE mEcits pobrrILLE
Lot Rons
& 3 Zf\l:l}sp'fg\%:%T@( FRDIEGE TN
-gEVHmmﬁw %&m TEREFRITIKK
SEB LTV EENDHLEES DTS
AEEL TN W .%é*gl_g)?i:

-SELTHSATHRELW AEHIGH RS TNS



= X DODTEVVDOEMN D IR ER

To0AT3)—
EAOSW(EAWEIND R, FEAWIIOWTHE YN TEAR EN VT BRICEBRBTEIUH T EL:,
BRI DD 5 FEAYWENDIRBEICI DR H T
RRERHIME B IO HYS BURERDVEBII DIV ENVERET 2FZURIC OV
RIRE DD D HY) RIEE NI 2= —2a h il RECRITIRRE» R,

RIEDF Y7 ERSERY EITT<N5

AELDDDDYIIEZD  WBVBRARIMIBMTES FETERALEDIRBRITES,
EATD S THEIACEERALS

FrEBER HINTEITTNEZaHRMNMELWD. REDR X,
RELTLEH SO\ R LS,

B B H 5D RIEBORUIIT TN TLNSG  FH T\ 5

558 Rl TR WSV LIRS, BRI LGATHE S EEE (I 53 Ffa,

BN TWBEEE VDO KRYITIC —uﬁwé\@ﬁ'ﬁ@aw'lﬂ%t AV
XD HMMSIRLY, $FITRLY, B[O



Fv7— L1 > b

% )[R \ —
(4R | =B s FIHFHEF
- S\ DEXEE SHLTEREED
SAT A DL KPR S X h .
NN O NEERICT BEEE SHETHIRINS | (xr5o4-—
SHERD) (— eAEEZEICLTNG| (ARSI ) | ettty RE - FE
B, 8 U - N [FESEOEGR ST, BB
= #B (- R
Ao DEUERE }3;1\@@\;\('3;5 SAHHLAL SHEmB
o g AL [OD2]IN _
4 pramp—— D g N SFED(CLTND SEELL)
X, RIS SBINDNHD oo T < NS SR
STH EF SREBEDADELERED @Hg;btmé oS
S®UXAICDD S ILEL LTZRFDFT DALY S - < P,
UZ LS = (== s |[FEROE
e HEBCC o g | [0DPONOLTE
mm SSBTAERL CELOAD | miEmniss | (CBESNFYS
zf2§iﬁ5 o178 - SEHEAL || ®BEYOIE || gzmptin FEREGE. BL)
. )| oBBERENR L — K | (O Jonaignmm,y | HSET s T




=)

RN IAIL T, AR DB T, FEIR NS E 0
BF Ve % 1= 7=

c WD T B 50! WM OWTE L F TR/ NERAR ZF Yoo
WEFRC/NIWVIENLERBZRNKE W) SR W W) EE A
Y (Y5

SEVELTORN FLHEVRE L TORER, X F TR
H-1z



72T — DTN
HDMNESTETNE U,

RiEu wRD | &5

HEL)

g .*\

@ @b




	スライド番号 1
	スライド番号 2
	スライド番号 3
	スライド番号 4
	スライド番号 5
	スライド番号 6
	ラッセルシルバー症候群集団外来
	スライド番号 8
	スライド番号 9
	趣旨
	“伝えること”：親の傾向
	“知ること”：子どもの傾向
	実態調査（アンケート）
	スライド番号 14
	患児への情報開示
	情報開示の年齢（全8疾患）
	本人への情報開示のきっかけ・理由�（複数回答、n=67）
	スライド番号 18
	スライド番号 19
	スライド番号 20
	情報開示で役に立った情報�（複数回答、n=67）
	スライド番号 22
	親の混在する想い
	親の願い
	スライド番号 25
	スライド番号 26
	スライド番号 27
	スライド番号 28
	本人・同胞（10歳以上）追加アンケート
	疾患のある本人
	開示の場面
	開示の内容と本人の理解
	不安や心配を抱えているか
	いつごろ、どんな場面で、どのように知りたいか
	スライド番号 35
	スライド番号 36
	チャームポイント
	まとめ
	疾患のある本人のきょうだい
	開示の場面
	開示の場面
	開示の内容とその認識
	負担を感じたことがあるか
	疾患のある本人に対する不安や心配�具体的な記載
	自分自身の不安や心配：具体的な記載
	いつごろ知りたいか
	どんな場面で、どのように知りたいか
	スライド番号 48
	スライド番号 49
	チャームポイント
	まとめ
	スライド番号 52

