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ARTIE, #8121 B HABHHRARAMNREICBVT
fibhizy v RV LED LI, 7/ LEERRICBITS
FEMBEAFEBOFES L OB AFIOMEIC >V TR
3. BEEOARBLUARIHEMBIEMEL LR L 3 56
WEEEME, TN HREANRIEME 2 g & T 2 HRE
BEMETHD, WInbEMEREZET 23 E
EHEEOBBIHEL TWE (X)), SHIEIKES L HE
#L, 22q11.2 REREMRRE (22q11.2DS) HEMAR % B
LTEBEICHT>TWVS,

7 LEBROSEERIC LD, BRI ERE
REHEEZWMZ T3, RffiRd, BET/ S FOVERE,
IV — LN EDERIZE D, BHEREZFRFELT
ZPLTIHREOERIC, INFTCRBISNTEERNE
EEDPHESNIESHPBML Tw5, —5T, BEEE
w@%®Wﬁ%Lkgwéﬁﬁk%®%ﬁﬁﬁﬁ,774
Iy (BECZORE) HEHT 5 LHENEREE e
WEEICHT L T, FEMRHER - B2 LD XS LT RERIC
DVWTE, BT LD TAREESHENINTWDE LR
B,

AT, 77 LEERRICB TRERIEZ WD 72
D EHI RED] LS HvERLIC, BB
PEDE L BMEIEROME, T4bb ‘N7 Vv FE
B OWREEIC OWTHEEL - BTS2 LE2HNLE T 3.

FTEIRICBOT, BEFREBER & BHE L Ot
Bk 2470y FEROBEEZME L, Bk zE
EHRBORBRO—H & U CEBIICHEMREL XET 58
HOBEEEZRT. FUES LUHMETIE, BHERD
BENE L, REBRBELIA 7 AT =V UMK
% &2 Down FEMERE (DS) X 1822q11.2DS 2H Y Lk
F, FERIEEE X LA ISR O ERE L e Bk
MIZHLC 5. BIVETE, ZhooBiHz25AFx, 7/ 4
RHROBHRIER IC B 2 BETEROBERICH &,
BHEICRD SN DH - R BENC OV TEET 5.,

BRI, ARTRRLUZMWIIBIRD, BEEREES
BB T 2 EMBEOMG & I iconT, BENLR
figzib R 2%

{1t

578

. BEFEREZERBLE
BRBleDNT Ty FEE

1. i

7 LEROEREEZERIC, HARBEZRESH 2022 Fi2
BIL7: TERICEB T 2 BEENRE - BWICBET 204 F
T4 v BEIEAY V&Y v BT 2 EREAGE - B
BEICDOWTE, TRTOEMPERL TES IENEEL
W] RS R, BHEEICDBEEHIES AR SN &
Rt Loy i

19 H#2iC Griesinger, W. %% [Psychische Krankheiten
sind Gehirnkrankheiten. (fFEE B IR BE CTH B) | L 15
Z%, 20 #4212 Schneider, K. 3B B2 55 < R MUK
ENREERMEZ XA U CERRINZMEz RRES
7220 SEAED ) LRSI R O 2R Yo i i 0 B
2SI, AT 4 SBRICET SRR D OB,
KIGA I BRENTDH 5.

FEHEHEE T, KEICBOTT LY NA 2 —ROHT
IoA4 FBHURIBEICEEL, ZIRPT Iu A FEEEGRE
# (amyloid-related imaging abnormalities : ARIA) OF
HHIKTAPOE BETRTBHES N TB Y™, ENTI
20253 H31 HITHA F o4 VPR E SN THEIERER &
LTHER S h B IcE o122, —7, METHREBER T
i3, DS, 22q11.2DS, 3q29 RIJEMREE (3q29DS) 75 HE
MERZ RV S B B ICHW L, G-band, FISH, <
4707 LA REERE (7L 4 CGH) 7 £ DBIBER
BWEMRBINEINTVWS, I6I1, IO REHER
BElCH 3 2ipBEiiomn Eic k b BEOFEGHPIES, BE
P S BAANOBAT (P Yvay) BRICBIT 5K
FERHER S L O LDEXBEOEREENREE > T 5.,

e L BEFREZERONS 7Y v FEERIIKO X
5% K DIRBIIWL, BE (RETEFEEZEDHTZ I
ATy bEERT) 2XETIABMERET VL L TER
ENb, zoBE L, (1) REERE - BEEREOR
MEHEROZE (RICh 7YY a VIEBICBI 31EE
LX), (i) 7/ bBERICBII22 742y P ~DLE
X8, (i) FErREOBEHY A 73, (v) AREER
BT BREMBHIEE, CRAlEns, 28, (iv) 2w
TIIHERIC TRBHFAD =0, KETEEDLR W,
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AERBHEBRARANRY b5 LEE

- fEEMERE(LEE (TSC1/TSC2EEF)

- IRIRMEEE1R (NF1EETF)

- PTENBERREAE(RE¥ (PTENERTF)

- RettfEREF (X, MECP2EILF)

- MECP2EHIERE (MECP2EIET)

- CohenfEfEE¥ (VPST13BEIET)

- Wiedemann-SteinerfiEf&8 (KMT2ABEF)

MPFEE - BRERZEY 2 EEERBEIERS

- Wilsons& (ATP7B&IEF)

- AMREXERILZ 1Y VIE (HMBSEIET)
- OTCRiBEE (OTCHEIET)

- REVRAFVRE (CBSEET)

- BRUERBIRMAT71— (ARSAERT)
- BIBHEYZMO71— (ABCDTEEF)
- ERMBHERERSE (ALG6BIETRE)
- MELAS (2 haY RUTH)

- DownfEfEE# (21trisomy)
- 22q 2R %/ EHIERR
. 3q29% KIEIREE

- 18qRPIBUNR KIEREE

REERRET - CNV "BERE

Z O, 2RMEESCHERERE
=7 5 ELERR

- BREISE (GLRATERGTF)
- Ehlers-DanlosfiEf#Ef

- WilliamsfEM®EE (7q11.23MM R KAEMREE)
- Prader-WillifEf&® (15q11.2-q11.3)
- AngelmanfEf&# (15q11.2-q11.3)

(HEaB  : COLSAT EIZF
e - TNXBEIRT)

B EEARICTZRERLBEHRERZE2Y 28EERE

BEERBORNCISANEEEE SO MRREE, ZOMOBHERZET IERENDLRIBN, THICZOREBFEL S
2REDEHEREZZ2TIERBELH D, FEMNRRTEIZNOSELBHERZET S LR,

*CNV : copy number variant

2. REHFKE - BEMEREOBHRINIEROZE EXE

1) WA & DS DB

BARMEIR BT HE S FMRHEBROZE L B3R EE 2 &
DI XRHREEEICDH 0, KIS - ZERKE - MO
BB & DD ATrTH 5. b HEHEN R VGG
BHRIE DS T, EEDHATIHERZE A ERDOE
fbzERIc, EEOHAEBEEILR 50070 1 THEL T
29 MAOBRBOZ 4Ty PIINIEREERTL, A
V& —%v F LOBBRICHFEI NGB B 0T
b, FIGEROFEFACIEE 2 U 7 IEHE 2 EREHROR
it & fEFERY 72 DEER SR AR RO 5N 5.

2) AYA HARIZ BT 2 HEMREIR & 220 3E

Adolescent and young adult (AYA) R 22q11.2DS,
3929DS, DS D—#D 27 74 v M, UEEM - FHL
% (BMEEER), A% - W15 > (BHER), Hlih - BiiE
HART GRAIERERE) PRMFEREL, MRl chia ki
SiER W & WIS N2 2 AL WILD - Uh LIEYE
BICEYIEZ R IOH L, EREFEL THESMAR
b O BFHIREOLE - BIEN Y 74 ¥ AWERTEFIC
BEL 5 3 HE2RBEICBWZZHPBLETH 3.

BIRIE N C LT, AYA HARIZEE® o 1 2 AR iE R 13
R OERE AL N ICD b ST, DS & 22q11.2DS

AR - BHBEDT/ LKA

WA K E K Bie 2, HiE IXHBMELT (autis-
tic regress1on) & RAEREART %2 38 & L 7 Down syn-
drome regression disorder (DSRD) L #ZWish 34, %
FIIMAERTELZHSN S Z L%, EE, HEakH
SEBREICBT 5 22q1 1.2 RARFEBORHAE 3 —KREFD
10~100 f51 13 £ D& H 2", Z OEEEERIZ OV
T, DS TIZEEMWFZIEZ £ OEB MR CEREXEZ
Z\} B 7 DREMEREN DA v okt L, 22q11.2DS 13K
PR FIE % R IO MBI AN S TR 2R RbE
Bl LW haffiArdsdb0LfEgEIN 5.

3) MREFEIEZ BET 2EET - REAKRED S T4

IV MZNT 2UNEDZR W

(1) Bkt A OFIREE

FIUYvavBERICOWTIRWER, KBRS
EATHWBELEEFEVEY, 232D, 22q11.2DS IZiER T
547% ZHREZ [MERFIE] LZHTE200L 0

i, AL L TEELBRNIETDH 2. B EDs
J LRFEERL TEMABDONSG P 6%, 22q11.2DS
RS FEAREER % [JREDEIE 725 & 22 s o 7tk
FRE | EEBCHEBRL LD LT ARAPELCLTV. L
DL S, 20Ok RHEEL, B3 LDHEMRZEHED
Pl & —HT 2 b 0TIV, —F, BERSW OIS
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5%, DSM-5-TR Tid [t EZWEEEIC X 2 KEmE:
], ICD-10 Tl F06.2 [#EEZEMME (Fa RIiE
B BEE], ICD-11 TiE MbicaEs 2 BEXITERIC
BHEE 3 2 Z RMERE M I TE O REMBERE (6GE60~6E6Z) ]
ELTHEENTED, 22q11.2DS (28 5 FMRER 2 5
KROZWHLEIHD S MERIEL R —HT 2 Z LITIFE
HEBHAPROONE, IhoDBWHRHAOERIZL, B
HENZEISZ DD DDOERIE2ETHOTH S,

Q) AP SEAM~ND Ty Vv arvERELE

LT

LEREEEET 278D, RO BKRNGEEEE
DR 7288, MRAEBECTADPAICETIER - BEX
BE%Z\T 5. EEY22q11.2DS RO SEFEEAE A 2 fE S
BREES, REEJHEBREIER T 2 HEE T2 5
LR Z AABRITITRE D © ORBMHEINES PN ERTH
3. BERIZ AYA HARANDREMFBHYSZE B KD Tz
B, X 0 O R RININER - BER - Ry
T 2 EHISATIRTH 5, HIEE T, R 7 &85
I TR AR AR A S R R O ML B ASEA: & 22 0 210 Bk
AT OBRE~DaVF LT —Yary - YTV Y - H—
E' A (consultation liaison service : CLS) 23&[EWIZITH
NTWw3, HHFHEIEMEROZEICREICL LS
T, HENERCARBREZECEBNELZES 2 L8
BRI TBY, Z2oBRHIYT ) LEFRICHERT 5.

(3) fEHESCHR & RERIRLE O EH B

MUYy a vERTIIFEEFIRERICHRE, BiEE
FIREFEAEFIRCEEES OIS & LRI OB B L5
%, HEEAEPHESWA ML ANOEE % FHE - 2
Wil, BEREELOEELZITA2HUMBIEORBIZESH
HTREW,

4) MRS BT 2 R R OB

KIGWHTE, WAERWIZE, BT EOEEMEIX,
MR B IOBIBERAS T2 2L 2R LT3, G
BYEZTehy TADRDPITE, 73— b F—FRIGEITEHEER
BEEVPVIGES, FEOANOEEBHRERZERLZWE
LCEEBAYV VRV I2FHETEIENH S, bhvbh
DHEKTIE, FEEAER (FaRIED S — Bk T
10%, WHRPERESET5~10%) ZEBREEL, BB
AV TFVEEBEREZ LS54T L, polygenic risk score
(PRS) DHRIGHEBRETHL W I &, FIEICIEIERE
HRCHEAERSBELS LK T 213 EHY A7 T RwZ
LEEAL, PUEBAZOBERICEDT NS,

580

—T, BEAT Y v IBRICBIRBEICES 726l %
REEEL T 5, EBEEHRSEA OB ERE S NEREHCHR
WiHBE 52525 Z LBTRBEN, ELSI (ethical, legal,
and social issues : fR#HfY - EHY - th2IVHE) OBIRIC
HEVPLETH L. BHTOELEAY V) V7T, (1)
HOWwEwOBEH, (i) BEEROBIERE, (i) 2=
AMOPik%ZRT 208D 5. %D dWHE DA
UNHERTERWEARICE, hY vk ) VY IEEREL T
w35,

3. IME

FEIE L, BHERE 2T 2mEBOZH I
T, DML HEEE, ELSI~NORE, F7rYvarviE
BB 2N XER L, SHNEEZEHS 2 &M
INb, i, REEETFERTFTEESE TR [XED
BENINRLEMCREEBH Y 2T —TREDB] LD
RAfEbdH 5. ZOERICIIBHRIEME & BRREEEME
ZHNDIEMPEDLDTHRVWE WS EHNEELH S, 1B
FRLE L KB EEME L Ok 2 [ha 7Yy FE
Bl DETILEERY, SBOBEFETH 3.

Il. Down FEMEE$(C & (T B FBAEER

1. F&#R

77 LBEEE L, EAOBEBERORECEL T E
BOMIHTH 5. DS (FRHEIIC & 2 IFE M HATHEE
221 (noninvasive prenatal genetic testing : NIPT)
DEBELNFEETH O, ENTIHHAERICEE S Wiz
1RO 9 BIAHEIR P2 RINY 2 & OHE DD 52— 572,
HHETH L K D DS WA HERICH S TRW & N 5 HH]
D% DS BRORBIO% < 3l ic [BMHPTE,
vavr, By, Bbirk, EHEl &KL, FFU=il
T3IENREINTWE0Y, HAENDBWIZ BT 2
Y72 DY R — MISETH 5. DS IR ENERER R
EDAPHEDRL VD3, NREEOMESIC X > Thdmld RE
FNZIECY, BED P FMIL 60 mE2BA 225 5. DS iF
—fAD LB DEE - REOFEL LR AIHERTEX
50, L OBEEFIITINSORESHFICHLhTY
R, DR, FIrYvavEBRPLERAMY - SiRilo
AR~ ORI EREREE U CHEEML TE L, BE
ERGENRE LI AENSB AR OMSLARD ST
5.
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2, DSICHNBEMR - HESHHIE

%< O DS BHFTAMNFBIEZ S . @/ ST CIRRE
D OHREELE SNh 30, ENFAETIEDS RADFEHIQ
B5~35BELHRE SN, BEOHMNEEICHKY T 5605
%, DS T 18% ICHBIA R 2 b J LE (autism
spectrum disorder : ASD) D&BEHDH H'Y, ASD l:—i
ER &L O DERICEY W2REZT) IBHSh3ERA
Db 5. BEMD» S AYA HARICH T TOITEIEE LK
E%@éﬁim~%% R, ZH#EPW (dual-diagno-
sis) OBEBEENEMING. FEHIPSBRAICBVTH
AEBEEPH S DIERPHEREHE TR b1, —BA
&L CRAESE, 52, AREE, makEED
BHEMEBICHCEHESNATW3Y, DS Tldills 2%k
EONHRERZSiBbcE 7, EHEOKTPEERE, B
REE TEEMLL THENS ZEPL V., RIS
DEFTZ2ER T2 L5 Icko 7] RETEICE#RT 2 L5
Wi o7z] Lo ATEELICER T 208 H 5. 1BE
LT, WS oERICH L GERNE R P = U FERDIA
AIHERE L L, BHWERICIZY AR) FrEiE7I e
TV = UBEAENS, ASD IZHES BRIEMICH LT
HYRARY Fro 7Y ETI YV —ABMERE NS, EY
RO T v MUERRERIZIZ L A LT TELT, =
EF Y ZADRMAHEEE 72> T 0B,

3. Down syndrome regression disorder (DSRD)

DS O—HDFHEE (EICEEHDP OHERN) ICBL
T, SUEITHETT M5 - WREEIR 2 B9 BIEREEDEE
bNB, fERIE TRIT (regression)| 7213 [RABGRAT
(acute regression) | & MEHIN T & 7225, WTHEHEINED S D
WMEPHRE, EBEF A N—rDaryLry A2 TRE
BREIHIShoo5 5. EHERE, BELLAX
VDZHMIAET, ik - RS OET, SHEREOR
Kz, A% b=7HIEER, Kb - TEORN, 'TH
B, BRFEERETHS. DS TIEHDREREOGH
7% <, DSRD 3 ENEMREO RN TR I LT
3. B0 7)) YEREORMENPRESINTED, v J
ERLDEMEDREINTBIN D 5. EYRED R 7255
AITIFER T N AEE (electroconvulsive therapy :
ECT) = EDMEMIbN2Z I EbH 2. BHIFHRIIV
FETICBEHINTE ST, FoMICEET 346 E1HE
EEALE RET 3PP MEIN TV S

AR - BHBEDT/ LKA

4, ZILYNALT—Ff/E DS

21 BREMEICET I 04 FEIBRES 82 B (amy-
loid-beta precursor protein : APP) BIZFDBHEET 5 7-
%, DS \& APP B EOMINER T 28 BET7 VY A
2—I{EEINT WS, DS Tl 10 /&R D o MM I
7 I FWEDPIRE D, 40 BRI IZITIZ ) TE A
BRSNS, BRI TILVY A = —fK DS W by i
537 TH Y, BFEIZEmME & HITHML, 60RATIX
90~100% IZE T 5 & DM D 2V, BAGEMETITHES
178 - DIEIR (behavioral and psychological symptoms
of dementia : BPSD) & L CTA%, #1952, H&ME, XH,
ERBENRAON, INOEINERBEOFEERF LS, F
HFR L EHREMEL2 & SRR IC L 2 M ADNEE
NaH, EBRITIE DS IS 7Y A 2 — OB Wi
LK<, @YURERNT 7R b Toiuln%g», G
IZDWTIE, FRRIULDRAC Y F Uik EORANERER
OHMPRILHLTLH-ELTELT, 7Iv4FB
(amyloid-B : AB) Hifk#Eie & D BEHMIFEDOFHELT
BINTWEH, IFIELHN»OEALICIEE>TY
RODPHIRTH 5.

5. DS ICHEII 3 RHMEFNEROERME

DS (3 ffiEFE EOR L SEMEOHIRZ S 729
Mo > ARZOIEERD [TEZE] L LTHAPTL. &
HHDAET, TEIDZA, MEIRREE & &SRB Ik
K9 2iERE LTHEZEIND 2 LMD kv, ERENIC
(IR RETE 109 2 RS P DR ATl UL - RRAAE 2 WY —
VISR S 245, [N O A FTRE 72 1Al R 3120 I TS 2
SNTEHT, HANZHIIRETH 2. #HALCOBNS
2T B 7 D ITREMPHE O EMIA RS AR TH O,
FHRHEE &/NERE - NRHE, O, EakBosess L CEE
E RGBT 2 AIEII SR 2 Bl T 2 BED D 5.

6. &

DS TRATEHRECHMREOHENE VA, %< O
REE 3 — R & 13572 2 DS B OIERPLATEN IS+
FHE L To7gw, FERHE X2 & ERIC B » THLE
#eRld ZEPWfFEI NS, 5%, DSICBT 2 MR
FIVERZ TR, FEMRHE & A2HRNESE L Tl 2R
WIRBLARI OMEL, AMERK, SFENTr 7 €TV ORHZ
792L T, DS BHELFKEOEEOHMN L2HE 3§ L
HROOND,
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. 22q11.2 REERFICHITS
BHRZE L DEESNXRE

1. i@

22q11.2DS i, 22 FFREFREMER T OMHI R K I,
D - R, Mo (%R, OF - OZE, B - kg
R EDLHREEICH - REAE2EUIEETDH
%, BEIXH 2,000 00 1 A E ShD, BRELERED
JRR & 72 2 RetafFREREEGRER & LTINS v, Ly
LDSichkRz e, ~BHTRDOALSTEE - HE - Bt
Bp&EoM T TFIcAISNTHwRY, Z0kd, HUFHE
& FBEOT U — FRABEBRP OB, KEICOWTH
BREBEIZH->TIELVE WS YEL=—XDDH 5,

7 7 B — R 7 £ DR ELEREE % S ER Tl
FISH BIC THEEZMB R EIND Z L% \w., —HT, B
MEEOHRIE X, BHREEVPBEETRZHOE %8B

L, BEEICEA % OMERTHE U 2 BHHERIER I
X o THEEZWICE > 7. |ME L, HARIEDHREMHZ
HIE LzeE T VBRI R S R ETH D, 2D
b, BENLRBIE v REEs IV, AR
HIHIEE (No.203) 22 TwWah, HERFAEMAET
WFAEREMVEREOEEEICERSEIPNL TS, 51T,
HAD TRAGKELEREZENA FIA4 V] ZB0T
b, HHBNZECLOELSNSE IOV TOREIE 57
TlE7Ze W,

bbINEE - FES L ORTSLEMIETOBE
BEEDLIL, ——AT7VT— bR VI —FAEEHE
ML, ZOEM - EWITET Y A2 LMESRNIRO A 4
AL LTABLTERY, AETIZ, 22q11.2DS O
MERSES L LSRN OR AL v 2R3

2. NESICEIL-28 - XBOESR
1) JEREEM
9¥UMJ:0)T‘1'§'J’C WE I IZRED 2\ de novo BRT
3. —F, BEOFKEEIIAERBEOR ) —=
fbiﬁih’(b\f;lﬂ. 2D, H DI, EBRICEE
RAERMRE (B0 7 70 —NEHE) (<X oTHOZW
ZHHTHIB Z LT 5,
2) SR
DIEF, O3 - WOZBOWRA LIS FHE R,
FFEREIRER T 2 BPECHHE R OBEF L &, BEECR

582

B - BEEEE OB CEHMKRREENEL .

3) FEH

AIEICHE S IR E IRE» O BERETH 5 2 L 05%
V. HROEEBIS TIX, AZRHCEE AR SRS
WrDEREZELN, BEEEORBREAHNIKRE, B
BOA/FR EEEREE, BEAEE, ALEm, ##key
OFED &, ERIFERRT O BEE L AWEE R
BELOMTHEENELC LT, FERCRAZRIZL
M5,

4) BEM
DEBOFEMZRFTOLARIIBRETH 25H5BL VN,
B%RDEE ICED  HITRECEBHIR S 2SN % 1
J5. BEERE BT 250, WDEEAHC X 2EDE
fERZBRICEZL TQREPA 0L RD 2 LDH DD,
fEBR AR R & EHE T 1UEE < DG A IZIEEBITURB MR EE A
fERATTRETH 5. BWHIMER Tldd 25, BEIZEHNT
NLVTaBPENGEbH 5. ELRETIIZHOEH
REWCZ, BB OHMERPIRE 2 LMD 279,
H—2 [borYyvav] 2 [HY] &2l o0
T, RN - RIE~O T S22 BREGE SR & AR D
HTH 5.

5) A

FERBHE D D02 2 HHIEE, EERECEITHEERO
BERETh s, WREGH, %, SEFMEE V- RE
Tk, MWEESER - BEEEERO VW ThIGES
T3 I ERIEE .

3. XIEDERNMRE

22q11.2DS Ti&, Bf - &1 - B oBEESAEDOKB
FECIERBHL, HAHELOEECLY T4 ATEY
T41 EUTHEET 5. BE #E, ButoflEizs=
HEEHL TEHEIRICAEDECHIFSA TS0, &
BE~ERBOBEEEEL2E T AAMEX [EZicbaEsh
] REIZHED TV, bhvbhidZ 0BE % [medi-
cal compartmentalization (BEEIC$1F 557 Wifk) |V & &%
L, ZOfHEIcEBERBERESI O HELELN D 2 LRE
ER:D

$ 72, HRCEEREICE W TEBOAIERE RN
flighed <, AENERBOHHZEZ 2] LHBS
TERNUANEREPINDZENDH B, LENR-T,
22q11.2DS DX ITIF THEET V] IcHEOE, Rzl
WTAATEY T4 OFEERIEET 2L eI, TAEE
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xT RBHRNZETH> TEIRNE 3 2OEGENRE

NAoA7 LA REERRE

B
RERA (7 L+ CGH)

I 7Y — LE

25 /LA —UITVR

REEOHEEREK - ER

ekt ? (CNV: OE—8NRUT VM)

SEETFOEAEI— FEE

T/ LeRORIIER

BRRE - &@E | 10~20 kb U EDEIR/ R %K

245 LD# 2%
WENY Tk (SNV/INDEL) | 3RTONYTZ Y oA F

245/ L (100%)

HH (2021 F10A~)

1RE%E A mL (FAELNIL)

8,000 =

L (FFRELANIL)

BELHUYEY VT MEDRER

E R HEAH] LR W A RS

&7/ LB ERITEE
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The advancement of genomic medicine has transformed psychiatric practice, offering new
perspectives on understanding and treating mental disorders. While common psychiatric disor-
ders are multifactorial conditions involving complex interactions among genetic, environmen-
tal, and stochastic factors, patients with hereditary diseases or chromosomal abnormalities now
live longer, revealing increased risks not only for neurodevelopmental disorders but also for the
emergence of psychotic symptoms. These clinical features necessitate treatment approaches
tailored to the characteristics of each genetic condition. Although genetic testing, diagnosis,
and treatment for psychiatric disorders remain largely unestablished, clinical implementation of
genomic medicine has begun. For example, array comparative genomic hybridization (array
CGH) for diagnosing 22q11.2 deletion syndrome and 3q29 deletion syndrome is now covered
by health insurance in Japan. Concurrently, comprehensive assessment and support for psycho-
logical and social distress in genetic counseling remain under development, underscoring the
need to build psychiatrists’ capacity and establish collaborative care systems with other spe-
cialties. In genomic medicine, literacy extends beyond knowledge acquisition to include the
ability to apply genomic insights to patient care and treatment planning. Psychiatrists also bear
responsibility of addressing ethical, legal, and social issues (ELSI) arising from genomic
medicine. Providing appropriate support requires sensitivity to the psychological burden of
genetic testing results, awareness of potential risks of genetic discrimination, and empathic

. . b . .
engagement with patients’ concerns and uncertainties.
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