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JEORBWHTIE, kX v G o L% aEfRmE RO, THD,
BHITEINTE T, Zhik, 7 A&2B &2

% (BRBHR) T <NEBERRETH DN, i B. #FRGE

FWET COBEBICLAD, BOT L RTHRE 1. w4 7u7 v LRaERE D ERER
DREERAR D o7z, ZTHETRT DMEND YRR 2 7THE 4 B~FE 12 A TolIc, BHEE
EREOLREMRBHENRE LT, ~f7a7 1A SUNRERE - BERAREZZ LB
PEKRENEREINLTWVWS, L, ABREIZ TolevwA 07 LA RBEREEEORITZIT
FEERINE S LTV RIS HH D, BEOE 272,

BICBITANV—F U OBEKRKRE L L CTEELEN

FERACIEE - TWRNORERTH S, 2. MREROReaK - BRFRECETA AR
AFFFEHEC BT B LSRR IeE DOAREE DR e 74 v DER

& LT, #HImo/NEEMERMER TH 5 Y5 HE v A 7 a7 A REKBRER D IR —
EEDOFBT ABEEEBS/NEERE ¥ — 2B v ARRT B E DT BB RAE « BRI
5. w4707 A REEREDOEREDBEKRNR BT AENBTA RSA V2B L, FOHR T

EAIZELT, RO 3 BICOWVWTHREEIT- 72, A 77 VA RBEREDHALRAEDHY FE
1) REE (FRL2TEE) O 70T LA Rt EDD,

EREOEEMIT. 2) MENRARE - BETFH
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3. EREBEGRHOBWROBEREXREL
LToRBERNKROREME

LM SRR RE AL, HERNEERELZ
LREBRNS, BB EZ AN,
EMAKREREEZFREB/FELTNDS, HFHT X
EERFROCEH ZRMANRD S, KRR OHELE
CEIERD D, REFEEIREL, MRBEET
—EBITEERY RIFCRELE,

BERERM, BEM, REEBIYV L ET—%
a7 Ay y 7 e UTERANEDOEAR 2 FHHE & E
HEITV, FHRML & FRERI L VD 2 HERE
FEARE Uiz, BHREHEITERRIERMEZ EARIZ,
T ==l X o TIERN - ABFEMRZEOH I LB,
72, EMHSCREIMEY B ORFEORECHET A
—REBEEIZONWTIL, EREMELHEERAT V7
4TI TTEDAMIREDOH I EZKE LT,

(fHERE~DELE)

A 70T LA REEREICOVWTIX, BEED
A RFTAUEBBFLTITY, £, ~A4 2707
LA Y RERITICE L QIR OMRERER
KX TCERBESTH D,

C. ERR
1. ~A47u7 A RAEREDEREER
ERR274E 1 B ~12A £ COHMOES T A
a7 LA RaERENET LzFx1086172
oz, ¥ —BEROZOHEOYZESE
BUTHI2906] T o =D T, FD3T1%N~<A 7 1
T UL ORI ol-Z LT b, TDON
SR, BRI 0% R EE (multiple congenital
anomalies; MCAZ & {p e REE) 2125396
B, Zofh, BECHRE L REREEREED
BB ER120)7Z o7z, RFRERE —7 v
kETBEIFEOHIF, 1341 (13.5%) Tz
B, Tho3flo~A 7 aT LA fETRER &
Z DR ERUITTT,

2. WRMLRAEHK  BETFRECETLIVA
KT A4 v OBfH
BBREFRITOTA FF7A4 0 Thd, AREZRTE
BICBI 2 BERFHRE - BEHICETIHA RS
A (2011.118) 1 ZFRIE LoD, &/ LR
BB LU GREET A U HBREGES
(American College of Medical Gentics and
Genomics:ACMG) IZ L VHESNTWEEET A
RIA4VvEEBR LI

B, REOBERS & e o EERERORE R E
LIAMZ, BRATIEALMIZR > TWRY, 5D
WiIEAHEBZ Y 5 AEBRKEROKRE (ZW®WES L
IHBRMER) BEEINDFRESC, RED
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R CRECEHRPMBERZE) CBELTH, #
BREFIESBEYNCHEMB TS LI RAHARNET L L.
TR ESWTHEREREMESIC L 2RERI%
OEEIRE BT oY v B UE BT T,
FHALABROERXEIEEL 1 & LTRT,

3. AREBERHORHBOBEREXIE L
LCoRBERN N OBFHE

Wk 27 £ 5 A~ 28 £ 1 H £ oz, &
15 Bl R 2B LTz, BINFRET 2~26 Fik
(EH L1 FHE) THhY, WML OBMEED
T 36 FiEDHoT (FE2),

FOHRT, =4 70T LA BIBE D IRBETED
—DERB Yy MR X REFEFEOER KT
BEELZBEROJERER 2 & LTEBITTT,

D. Z%

1) RERE (FK27EE) O~ a7 LA B
BARREOREMET, FHR27TF1A~12AFT
OHIMOER TvA 7 a7 LA REERENE
TLEBNZ 108 BITHY ., ZHIXFRBFOER
B SKIIZEBED 37% I H= 0 . £ OBEN
<A 7aT VARITORMB LB L ERT,
FORNSTIE. BEIARBPOEKEE (multiple
congenital anomalies; MCA 2 &1t REE) %
DIRD 96 B, £ DA, BEICHRH L G akiEiE
BEEDBEDWEN 12 H177 - T, AFZREEN
& —7y b ETBHEIEED 96 BHIF . 13 41 (13.5%)
TGO, ~A 7 a7 LA REERED
RREFOZEH EOFRENED THRAB SN,
2) WEAMRAS BEFRECETIHA RS
A VDB, v A 7T LA YeaERE O LT
A RIA U EEREROEEZBE 2 TIER - (6
Lize 8B ZDHA RFA VTESHVTHREDSE
HRBREEDERD Z Lix, NEEERRICRBIT
reAraT VA RBERED LY LWERIER
D—DODBEF LB EEXD, 3) RREEE
BROBHHROBEFEXE L LTORBENN
ko, BEEEEICRBWT, TN EFETLT
B SN2 EMARIIRIBRFEDOFROIEK &
EHITLEBTES L THLAREEZ LD,
L L, ZTOX ) 7ekkx lefd o R B EIEGR
DEMI K% EFIRNTBE LTV 2 EREREIT
D, ¥ —3HERE W BB AD
DN O/NEEMAERER TH D . FHDRE
BTho THHEEDOBIENER L TWAHEN
%L, FREBOMENS LT 7 ATETH
B, THVoHRICRITA/NNRERDOE
— IS EE D — D LB ST T, EREEIEER
DEMAREZED TVETZW,



Fl. w4707 LA REEGEDHER (FR21E1~124)
vA I aT LA RakER AR

13q33. 3-q34BRIKDAI5. TMDDREEBHE Lic, AEH LFELUOPHIAL PEALE bOBERELLY , RE
1333, 3q34 (107, 422, 566113, 163, 371)x1 [ /NI, SEHE/BHEETA, BRARCARICRD ST, SESIEORERSRVTIR, VEE, BRER

993. 54 ) 288 i B, TWhAREOBRELBOET, MEFLORMM/ETFARICEFIIFEBIZRE L TWET [An J Med Genet
146A:337-342, 2008] [Am J Med Genet 149A:894-905, 2009)

16p11. 2FHROFI546Kb DRAR KRB E L, YUK, LORICER SN BBRETH Y, FEOEH, RH

16p11. 229, 652, 999-30, 199, 351)x1 SEEE, BPERARY FTAOSHHRES, EERCTVNADY A7 0HELHY T, —F. AE2RECEREA
pil. 2149, 502, s 199, ol)X ofpg%%ﬁ&sztb\ BERFBICFBEOREN H D THEMEIEETE £ A, [Genereviews, Last Revision:

Oct. 27, 2011

10 f1{£q26. 2-q26. STIHDKI5. ISMb DI R KL ZFOE Uiz, ABIL 10026 K KIEBHEE (MIMI609625) " THRDHE
FERCELL TR EREE B ONET, EEFHRE LTHREEN, BRFR. fErbY, BIOLEELBIBR
10g26. 2q26. 3(130, 044, 703-135, 427, 686)x1 |#RBLRO T T, AXRKIIMEDH ZR/NEHEIR (SRO : DOCKLEETETe) &AM 7 B/ S VIREIRE T
2. BEROBLHRLEFCEV TS EREERREZRO TH Y, SROUSANOEEEEFORE GBS Lz BEgE
FEGHEEZONTVET, [An J Med Genet 167A:786-790, 2015]

Xq28RRIROMECP2E = T- & & tefI529kb D 2 ¥ — 8 FR 23D E Uic, MR O EHIIMECP2EBUE BRI

Xq28 (153, 056, 007153, 584, 620) x2 (MTMH#300260) DRE L7225 Z L RbhroTHY, FEERL LTEEORNEE, RUSHER, M. HEtO#
a ) V9D e 17 VA, PRERIMED BB Y OBE R H Y 7 [GeneReviews?internet. MECP2duplication syndrome,

update:Oct 9,2014], MLPALZR EAFIRIZRT B F0OMD 2 —HBITETO & bR BN R ENET,

11q14. 1-q258FIRD K956, MbOEHEFAD, FEMLEL b ET, YTEEREE UBLRAKERSSESR T,
11q14. 1q25(78, 433, 657-134, 737, 637)x3  |HRMEE, WHEDREER, BEHRME, RBHRA, 2ihv~v=7, #8H, ARMORS, MBEVRE. LREx
R BTBE R L OBERDHY ET, [Gene 2013; 519: 135-141]

X28FRIOMECPZBIR T 2 & TAI713kbD 2 U — B bR 2580 % Ui, Y HRIIRO EHIIMECP2ESDEIR B

Xq28 (152, 895, 750-153, 609, 163) x2 (MIM#300260) DEERE 2D ZERbproTRY, TEERE LTEEOMNEE, RINEHEER, 8. PEMEOE
a » 079 aadd * 17, VA, PRESRBIED B EBMER EDHERH Y ¢ [GeneReviews?internet. MECP2 duplication syndrome,

update:Oct 9, 20141, MLPAWE/R ARSI 2 Z0MO 2 B —HHATETO L R IFEESHER I ET,

17p13. 3FEIRDAI153Kb D PRIHMMAR R E RO E L, URERABERIIPAFAHIBLIRE F ORI LKIMBEETFEEAT
17p13. 3(2, 502, 864-2, 655, 447) x1 WETA, PAFAHIBIOT o A 7D S YWHABBRE FRIRIIAN TWE T, FATHRMT LI-FISHE-OMLPAIEORER L b F &
72, ROFRBEA (isolated lissencephaly) DEEE LTEEHLET,

15q11. 2FEIR DK LTKb DM R KA BD E Ui, ARKHEHIIBP1-BP2M]DLow Copy RepeatsiZ it S hi-4B=F
(TUBGCPS5, CYFIP1, NIPAL, NIPA2 ) &R ErdtiBRETH Y, 15q11. 2 microdeletiond LTS TV BHEIKTY, Bk
FRIZBWTIL, BEEREH, THOREOME (ABEAY b7 ACEERESE) OBERAPLT, B2V
15q11. 2(22, 765, 628-23, 082, 821) x1 NA (TADA) 2ELEEGIFELEDET, L Ll bRBROBIIEL, EERERVF LS\, BFERR
ﬁﬁ>%§ﬁ&%v\'§u\éﬁrﬁ‘éﬁz§3§> VET, FRMELEZONETIREBBZMEERL U COFMETY, [Int J Mol Sei
2015, 16, 4068-82]

Fio, WHRRETH DI ONLPAE R L OMBE TORIESHRB ShET,

9q34. SEEIMAOMELKbD FRHAE (1 2 E—ETF) 2RBHE LE, YHEKREEMIIEETO—HEEATRY,
Kleefstra syndrome (MIM#610253) DFEEE LTHEMENL TWET, FEFRRL LT, HREET, YEENOEE
9934. 3(140, 134, 632-140, 657, 526) x1 (FRIZIREE) DEE L RHEEEN, BRSEEA L. BEAEL L CIXESDIRE RO KA (508) VIRARY
DEHFE (10-30%) Fnivad (0% FOREXHV ET, ZEBREELEMARAY b7 A2 EOTHEC bEER
SETT, [GeneReviews, Last Update:May?7, 2015]

6FE L Rq2TEIIC IS 594, MbDIRHERREROE Lie, LB PEMEORECEETHY . KEHITIM
RYRER, KEE, MERABRSHEEFERKAER COPEMERERE2EHECRY T T, FEEHRTVhA
6927 (166, 298, 237-170, 906, 796) x1 BN IEEOHE THDLLL THBS2, PHF10, ERARDIEMG T 2 @R T & L Zh b 2 S TeIRaR#IL. TMbAicritical
region & LTHEBIENTWET, ARKfE beritical regionZ B RETH Y, BEFR L BEABRLTVET,
[Eur J HumGenet. 2015 Jan;23(1) :54-60]

20p11. 23-p11. 21 BKITHBVVCFOXAIRF & B Tef2. 4B PR AR ZBOFE Lk, BUREKFLLA——TF >
73 o RS EAS20p11 2K K L UCGEERA S, FORBRTORBOBERETORKL & b2, WTEHRE
20p11. 23p11. 21(20, 763, 203-23, 244, 345)x1 |15 L ey EILEE, WV LA, AHEEE, BRI CERHTOEY, FOXMNISHY 770 L L CHiingg, & <ICT
PR opas ATl IS P BHROTRR, W B RMORAEI LEET 5 L E A bR TVET., WEMTILAEIC L M CEREORVEA V2]
VHHEIEZ BO TV ET 8, REEENLEIFELRVIALEZLNET, de novoThH5 Z & OIHBRRMED
ERDHBNCHRATY, (An J Med Genet161A:1547-54, 2013][J. Clin. Invest. 114:512-20, 2004]

D15q24. 1RSI IIT HHIL OMDDO XK ERBDE Lic, EFEITI5Q24HIR RIEBEE DShortest Region of Overlap
(SRO) & —H&EATEY . NAHRTE Z BLMWREMD BT NI RKFEH T T [GeneReviews 2012L ) FTRBE], LLli
BB ORI ZH T HER L BREEHCENRFTRELE L TRY . AREOTEESEVLEZ N EY, AE
(D15¢24. 1(73, 007, 632-74, 977, 4141 PIORERERCARR LOFERE B L ONETR, WHRE Tde novod ENERERT 5 Z LIXERZRFEHOREE
@170‘12'(34 611. 352-36. 248 9’18)x3 IZHERATY, [MolAutism Mar19;1(1):5,2010]

a N P @17q126FRDAIL. 6MbD = & — N (EH) 2B E L, UHEHFRINRCERE Sh, Hx RBREORZER
FORAREOSESIHE L OBRERRE S TRY,, SREFAOERTRICES LCWATEENRELLNET, L
ﬁlbfxﬁif‘o%@‘%@%ﬁﬁﬁiﬁf% D, REAPERERBRICOABROER 2 FOTEERD Y 4, [An T Med Genet
161A:352-359, 2013

6q21-q22. 31 (FRIED) FERICISIT 5496, MbDRKERBOHE L, UEBRORKILBFRTEEBEDH 56q21-22K %k
BELA—N-Fy7LTRY, FRELHBESNET, 6a22RKAOEBERE LT, ANES GEEH) . Ju
6q21q22. 31(113, 426, 413120, 169, 300)x1  [NLA, RFHER GEEIRFE, FE) | PESGRRE 2RO, FEREOH 5HREEOREGHETF (MARCKS, HDAC2,
GOPC%) bYUMRRBERICEFNTWET, TOE. BEAE, M2 TS EAHEORELHVET,
[Neurogenetics. 2012;13(1) :31-47 / Eur J Hum Genet. 2015;23(2) :173-0

BEBRT, <A 707 LA REEREERT A

E. & R4 DB, T L TRBER OBEL
A7 a7 VA REaERRER/NNIEREM R Dz,

DEFKERZEE L TEBROERDDIC, HE

BS/NEERE LV —IcBWT, 1EROBRESE F. FER*E
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R, Okamoto N, Shimojima K, Yamamoto T,
Chinen Y, Mizuno S, Dowa Y, Shiomi N,
Toda 2) Y, Tashiro K, Shichijo K,
Minatozaki K, Aso S, Minagawa K, Hiraki Y,
Shimokawa O, Matsumoto T, Fukuda M,
Moriuchi H, Yoshiura K, Kondoh T. Detailed
analysis of 26 cases of 1q partial
duplication/triplication syndrome. - Am J
Med Genet A. 2016 170:908-17

3) Yaoita M, Niihori T, Mizuno S, Okamoto N,
Hayashi S, Watanabe A, Yokozawa M,
Suzumura H, Nakahara A, Nakano Y,
Hokosaki T, Ohmori A, Sawada H, Migita O,
Mima A, Lapunzina P, Santos-Simarro F,
Garcia-Mifaur S, Ogata T, Kawame H,
Kurosawa K, Ohashi H, Inoue S, Matsubara
Y, Kure S, Aoki Y. Spectrum of mutations
and genotype-phenotype analysis in Noonan
syndrome patients with RIT1 mutations.
Hum Genet 2016 135:209-22

4) Shiohama T, Fujii K, Hino M, Shimizu K,
Ohashi H, Kambe M, Nakatani Y,
Mitsunaga T, Yoshida H, Ochiai H, Shimojo
N. Coexistence of neuroblastoma and

32

B REBR BHRIREIELRE | REY | SHAY | REIVORES | HRIUOBAK
2015/5/12 BRI BIEHE 6 17 0 0
2015/5/22 a742A—)—fERE BIEHE 2 6 1 3
2015/6/12 FREITDOLVT(FE2ME) BRERLEEL 30 60 8 20
2015/7/3 CFCHE(EE BIERE 3 8 0 0
2015/7/31 Ny g |REHERTEREER) 78 17 52
2015/8/4 FR—IVEEIRE | EERE 3 6 0 0
2015/9/8 (HEBIMBEWMRIELRAT1Y77 BIEHE 7 22 2 8
2015/9/29 VRRIERR FRIRFE 9 20 2 7
2015/10/6 | 24T LAEIRBERE BEHE 6 19 0 0

2015/10/13 22q11. 2R RAEIRE BARE 14 15 2 2
2015/11/17 HTHERE EEEEL 14 30 9 19
2015/12/8 EvhRT 3o AR BERE 5 15 4 12
2015/12/15 | 22q11.2R SIEIREERTAE BERE 13 27 1 2
2016/1/12 AT LREIREE S 15 29 6 8
2016/1/19 | FSH—o4\)—fERE RBASBRIE 13 25 2 4
20154 EERRAE R %K 15/
2015 BE & & 166 377 54 137
20154E Y 11.1 25.1 3.6 9.1
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BHLHAQY9 are associated with split-hand/foot
malformation with or without long bone

deficiency and Gollop-Wolfgang complex.
Orphanet J Rare Dis. 2014 9:125.
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DGO ¥ —BERETHMD Z LB TEET,

- ZHCA, BEETHRDBINAL~NVDEN (R=y 7 0 SNP) ZREIFFICRE DT D FIEIC L D 4
EDYAEFEBOBEROBEDEZLIVEIIRE ATV T 17 FRE) OBEIC
RBBHZELHYET,

- BRRICE Y., HEROUAEBEICAS, FRBEIC 72 5 FREMEEIN L £,

c FRETIEIZIIWS OnOEE (7 vy h 74— WVWWET) BHV., Ty T+ —AIT LV
ECEX3ab—HEROT A XZITERH Y £7,

OE50W5 &AM 7T VAREPERSNDOTT1? (EIK)

- s OBRARERDOFRRE L, REERE (—HA TV T 1 v 7REB) BERTH 5N H
5bDD, WROLEMRE TIIHEZHREETH D LB LIES

- Bk (BFSA) OFEEPLEE~DOZELHAWT 57012, MHBMREEZITI B

OBREBEEZTOAV Y MI?T AV vy MI? (ARAEEEER)

- ERMERBOBEZW R Z D7) . TORARKSHLNCRDWREESRH Y, REDHAFICS
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BEPDHVET, £, FRPRF~OZEZ LV BEMICBEATESAREERHY ., 4% 0D
FRFTENC T AW ORME RV 23, —F T, KERXEEENL TS, ELEBEOHREND
BRWEERE, BRRTRBEROFARICZLWVWEE DV ¥, £, RAR—ERF>TW
LEBHHRCSREZY O 2FH, FE~ORELZHMD 2 LIZL D 0HE - HENAEZE LD
TELBIVZET,

OREDRR

- ARREIC LY 0 TREBZWIC 720 % FTREMIIRBRAIC 10~ 15%F2EE T,

cHEBRTORFBICLDIBIAEA (B—B&THRR) OREF—RICEETT, Thbb2xto
RAEROPIIIS DITHEIAVEBEBEERTHD BET) B2 TREIZEFELTVWET, ARE
TIBEFOFEEFHLLARD I LIITEERA,

CBRROBRVWREROEE (HiE) Fidbr i,
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BINET,

AREEED TEFA 7] 1oV TiE, BmERETT,

*EWA 7 LIXREEREL L OMREEFTOMIBE AR LY Go0RET RBORRE L 2256
BHYET, EEELZRETEZ L OMEOFEMEVEETT,

c FERIT L o TR DM FIE CHET D LERDH Y £7,

MR (BICER) REEF~A 2707 VA BREKRET TITHBPELVNEERH Y £T,
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BARERORE & 2> TWAREMSE (b LIZEOFRBEDOE) BREPLICRELET,

=, ORRRABF - TV RENER DHEERATIT- &Y LIEES DR L RVER LR
HENDZ NN TYT, FRIE LTINGIREBRICBWTOREERICZ LV ZO®RELEY
oo (KREIIFFIETIIDY £¥A)
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TRIRHFTREZMETHEELHV ET,

O Z KT ROWE :

- BAEDBRIER & 13BEEN VR JORBOREBH LMD, ZORBPEEL TV,
b L ITIFRE DRBEFAET D AEMNE N ENHATIHARH Y. ZhiE ZRNFTR L
WWET, RRETHRET 2HRIT. 2L LTRECERKER LEERH L a U—HERTHY .,
TDEDRIREFTRIZOWTREANIZHREBRBB TRV 2 I THCIES Y, LELadb,
INLDHTHATIZ LICLVRBREE~OHFBEREWEE X BN DRERSHHA LIZEE1T#
BN LET, ZRHFTROBEEZZ T RWVRIRE T2 2 & bAEETT A, HBA LR
WERKREELRITL, »ORMLEDHZREDHEIILEFCELLTREN R LET, iz
BEPREIR & BRI 5 LT L7z =2 B — R EFEERPIC RO RICEET 2 B FAEEh T
BGEE. TORBTOBFRITRECEENET,

DRERIE D 24 OB IR
CERANORER., BREZHETT A BRI OMITE FISHEZR &) Ik 2 BMBENLEIC
BBAIIBIEREITVET,

OFBREDOHEER L ORE~DEE

s RIREORRIE U T, WEEOHW O HICHEBRELZITOMLENELE T, ZOBEITHIN®RE
WEHEEP N LET, k
o, B OFEVRRF R EEMBEE~DEEBIZIORBIEERDVET, FERBLED T, #
ROBACHERANRIZTHIGT D Z L BRTWRETT,
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