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EEH LTIV UNEEESD . SEEORRFEHNIE—H/N\U7 N2 (CNV) T—%
ZENEUL. VT T REEE G T BRI CERU

BFREDER.BD “BEICEETD RNF216 BEIGFZERELUZ. COBEFHD
CNV W FET B5EIE 7022.1 UNEEEREF Y ICHVWTREREEZ SN T\
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IS (EGFRY MR ETV. VT T RABEODAAA R RERERICNA NN DB
FEN BD & EEFHR U,
AEREECT /) LT OEREER TS & T BD OfFREARAPBDOERILERE
DERICHFSITDENHFIND RFRBICIE, BEAD ) R U5 M & FRERIN AIC K
V. BED QOL [ LICDMNBAEEEN S B,

[EA5RBIE]

BEEBEARFEAEREZRMER OB Sah HEHER. REERFEZEMEmRT
T/ LEREY—DAE B FEhkiEE. REEAFAFREFZRMARARDOERE #2
K FEHIRSDOIRRT I —T I ERZERERARICKY . F T AEEEEGTIC
SFE UERI BT ZEERL. RNF2T16 EfcFDMmEEICH /I —EH/N 7Y
EOSXUBRIEE VDV D CEZHIZICHERUE Uz, COMEEIL. BIDBHEETH D
Tp22.1 NEEEFREODREAEEZSNDEIBEE—PEELTUVELE, T5IC
BIEFLYMERZTV. VT T ABREORAT R RIEBREZRICHHDDIEGCFEN
BD &N BZEEERUEUL, CNOSDERN S TIBREDFEIEA N X LDER
BAD—BNICRBCEMEIFINE T,
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[ARERERA]
1. MEER

XHBAE (BD) & B/ EREIREEE S DIRBDB DX D EH Z R s T EEDS &
EETI.BD OREICITEGERNESLTWSIENHSNTEY, FHaIE—#HUN
7> bk(rare CNV)DBESMEBINTVLEL . CNETHELAIZ. BRAAZXTREL
7z rare CNV 7—%98 %17\ DLG2. PCDH15. ASTNE=FICHS CNV A BD
ERIET R EEHRELTEF UKL (Kushima et al. Biol Psychiatry, 2022). 81
B DDEGFIFVFTTRICEADDELF LIz COZEN S MDD F T REEER
FE.BD REICAAS TR ENEZIOSNEIN, CNETICVUFT TREEELFEHD
R RERFHEHUETHATURZ £e. NI TORAL DHAEITETFHDIIY
VMEEICERDTE rare CNV T—FICOHEBLTWLWELEZN, TOYV LN DEED
FRICITECTFDREEEEERF DEIEEMSNTHY., FZDL5% CNV £ BD FIEICH
MO TVWBAEEENEZ SNE T, T THRMETIE. BERAD rare CNV 7—9%
HEICTOYVUMHEEICREVRVWT BD ERET DV T TRAELGFZERERIT D &ICUE
U7z

2. iR

AR TlL. BD & 1839 ASLUNIRE 2760 AD DNA IC7IL I HEDT
LA/ LINAT)FTAE =237k (@CGH) ZEEL. CNV T—9ZBELE LT,
_DT—IEEEC VT TREGFA MOV — (SynGO) F—9R—X[CE DT,
CNV R&ER>TWe T TAEEEGT 37 BICRYIAH. BD BEEEEERBTRY
TTREBGTFEEETSD CNV Z2REITIENESZLERUER UL, TOER. RNF2T16 &
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H72% CNV ".BD &EBERICEEL WS EZRRUELUZ. RNF2T16 EERD

CNV (&, BD &#& 13 A(0.71%) &xtigE 4 A(0.14%) THRESN. BD BAICER
[CZ<HERINELE([EE ).
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1. RNF216 £EEGDTULz CNV. IR RK, &8, BD EEHhS5REINZ CNV(BD 1~1
3 EEENSKREINSE CNV(ZILURET LA :Control1~4, ZU TN I T &7
Control A & B).BD BEHEECZOEBRAORANGRE INTEZ CNV(BD WEST,
BD WES1 parent, BD WES2, BD WES?2 parent).

Tz RREEDT=6 . R DM IEE L (FERBDIEE 823 HllcL =TI T4t
2 aCGH ICKVEHmULzEZ A, 2 A(0.24%) TR—MEEHD CNV iitEEINEU,
_DFRBEISIE. 7IL U MONBEEEEREE CTUL, 52 BD BEEZOEH N
ZICREINEIVYV—LE8BTYDT—4(Nishioka et al. Nat Commun 2021)
Mo CNV ZziEUIzECA. 143 AD BD BEDH2A(1.4%) TE—8EIZOD CNV A
BEINELURZ CNE D7 IL UMD BD BEEDFRBEIGLUBVEDTUR,
SEERELZ RFN2T16 EER>Tz CNV HMFET DMlg(E. 7p22.1 MU\EEEEET
EVWSHBHREBICHIT 3B ENDRRAEEZ 5SN5 8 (/) \Be5RMEE) & —8ER>T
WEUTz, Tp22.1 UNEEEIREE L. BD & BB BEEREREF DEETI N, AAE
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DERDSHERBDFIEICEDNLIICHFSI DN EFHATCEDHREENBVET,

AR TIEEI SIS, SynGO T—IR—RXZFT BD [CHhD0DDV T TREEERG
FEYRERRUE Uz, TORER, VT TRAERD AN A RGIBRERICH DD SEET
YD BD EBERICHDDBIZEERHR LK U,

[RDEEE]

AUREBTT ./ LEITOBREERATSET WA CNV ZiEgme Uz BD Dl
REEEBAN S | FREDHREICE D ERMEERDERICF SIS EHHFTINET,
FERBYIC (& BHADU R VFHEE TN AICK Y BED QOL M LICDEN S EHiFF
TEXT,

AR L. BAEBRMEHFEEE (AMED) S/ AEBERBN\1AN\VOFFERTOY
SL(T ) LAEEERIEE TSy N J4— A StmT / LARRREFE) [/ 0 O—7« U %S
ZERULKFES /LTJ(RO t°-§5l”§§(:d:5*$$$ﬁ$%rUZO%?E'JJE?‘)I/G)F%
1. AMED & CCADMFTEHETOI S A (RERE - RAKFAEENDTRICEATS
) [RE éﬁﬁtQ%ZNQFEAEU)%%E'@E*E@%LE(u_ctﬁflﬁ EREEH | DD
HEETITONIZEDTTY,

GERHE)!

SE 1) XUBAE -

S DIRREE BRIRREEIRY IR TFEHRE (D DTS DR, SR HEREE & IEENTL)
12)o AOD 1%EIENERBL.EENEL D DREDEZ(CIER D DESAHIC
A, 26k BIRDFELR, BENET . [ADBRENASND BRRED EE(CES
POEFBICHIZEEMED LR BEDIEX. BREOERE TEHIER. BEDER
B GERDBIEEFNHOND FIEIC(E BEHFENRBNCENHSN., EDAXA
ZXLDORRICITEGENEINERCHFINDS,

7 2)E—8U\U 7 (Genomic Copy Number Variation: CNV):
2EELEDFEDT /LEEOIEC—HN EF 2 J8—N&Z5. 1 JE—UT
(RKR)H3\\E 3 IE—LILE(EE)ICRDEEIET.CNV (& ZDMEEICE
FNDELTFORBRZZLTE. E DA REBDORIEICRES I 5, TDRFKRHA
MRS RAECBAARI M AEZEDRBHERE TH D,

F 3)RNF216:

E3 AEFFUUAH—EZI—RUTWBEILTF. RNF2T6 I TFEEDH S DD ERFE
TELDORRA SHEBICREIRUTWD, RNF2T16 IFILEICFEIRLTLS RBR E3 U
H—ETHY. RNF2T16 DHRETER /N7 M, HERRHEAREIR TE. /) \BXS<SEGE., 53
MEZRHEETDIT R - R—LAXERE(GHS) N\ UF U RREEREDH
BREMREBEEFEEL TS, RNT216 YV /INVEIZV T TRBEDRSHRFTHD
_EBHMENTVS,
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S 4)7p22.1 BuNEEEREEE(7p22.1 microduplication syndrome):
Tp22.1 DRFEDMEIGICFET DEECE2ESR) NRER THRIE T DEREEF, ZD
FEREEL FZ O SEDENICINA T, KBEEE. ZRE. BEORE. BIROERLQE
DEEEHEEEF ZEREHET D, 7p22.1 OEDEBDEEHNRIERE THD
MNIEEZE(CHIBAL TULVR LAY, Ronzoni 5IC&> T INETOHREN SRR EE
Z5N3EEDE/) ROMES (/N ERFREI, minimal critical region) HME=x
an’z(Ronzoni et al. Eur J Med Genet 2017),

sE 5)BnTFty MET:
RETNRE N EZH DD HED—D T BLFEASHDIHBIETE
YMEL. EDEY BN TR EITOFE. BR . FEDEMERN/INR I TR
59 5EGTFEC B0 DELFRZ B Fybi&UTRUL. @5
DELGFLY . FEF VB TERZITOCE TV REDEMFNTOER
ONRAIIAICEEL YT T IV ELVUBAICRE TE 22N TH D,

SE6) TN — LR
T L D2 REEICERANEELCFDYVIINOBEI—REBDOEIE R T D
BEFE.
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