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1. BRMRECRERBELHREDHH

R E TR E L (LTREL) ORERIEIL, ERREE L TYafRas KoMy /7 A
% (cytogenomics) HIMAEIC/ZF DL EA, WFEEHEL XOENE 25 E LT, BIRKHIERY:
BLXOEKMEY 7 2 FOHMAEOENK EBEZITY, DREOERIZEIT 5L - My
J LFERIRAE OB e E i A HEE U, YRR - MRS AFRIRAORE L Eifom E, B X
OER AR BT - BRI Y ) 22O LRHABEEEHNETHHDOTHS.

2. BRMRERLFERELOEKE

iy, oK RAe s R0, EEOBWICERET 25602V, &0 DI AJEMER
BN OY B AIRARE RN, RERANO L2 b TBIREMEZ LF T 5 MEE IS L TH 82 RKIFT
ZENHY, HAERBRFIBRAR D NIERIMEEFHIREICET 2BREORRKIL, 7712
N OWEHR & AFICEEEELZ RIETHLOTH D, —F, AME - U 2 E, ERESSOZK O
DI d AR R E Ot 2 BRY & T 2 G WBRAIT, WESE, TERTH, BREOER, h
FENROHERE, BREMEOHREL > TWD. 524 HHIEMRFAE, YRR
O TR T ) SMRT FEIC L DM ) Ao a v —H Y =— 3 > (copy number
variation) ORI EZEDIMIAY ) AFHARELZ DEETHLO Lo, BETIL, EAKME
IR - MY ) A FREREICEEEZSRICDE DAV EZ RS, B RREELZRIRL TH
FERRAESAN 2 BE L, EENOIEMICHERR AT L &b, KEE ThHMIREICH LT,
PIRBI BBV ) U TICBEREREOEIEZA DEZE ZH DO TH DS, S bR



BRI S DRI IESC, BRI IR AR - BRI 7/ D2 DIE LWAER O f 28 L C,
HRCHBRT 2 Z LS.

3. BRMRELSFERELDERNEE
(1) fasd
EMOEEEEEA CDNEND, WRESFEIED A, A, 774 —%HEL, ALD
B3R - AN BETEORER S 2B L CEBE2BITT 5.
(2) MhoOEFEEEE L O
WRE, BEEEHEME, BEEEI 77— BIOMMOEBREESE L O IE2E L E
T, MBS T ERRERS - Bidiiiax &l U CRIEMRIRIZHTZ 5.
(3) B L TRy
WIZE OB A, R - BEIRICEE T D A B A d i B E I D W T O IE R O UL -
BARICER D D, R, MREE IS T 28 LWAEER & HIEOBERICE S, SN D OFHili &
M Z T AN CRERKEOM L2 X5, £ 6 bHIEES: - M7 7 D200 2408
FICEMT DL 280 5.
(4) BIENA FT7A o OBESF
Yot KRS CHINL 7 ) DR ICBE L= T A KT A4 U efmBEfREF 2 B IcE i L, Th
B % MsE LT IR &2 38 2 TIREIZO 2 Ts.

k1 ERZFIRE L L CORGBERETA K74 v (AARNEERSES, 2006410 A), [EH#F -
SRR EEF BT HEANEROBEO LB ND 72D DI A KT 4 v ) (EEFBE, 2004 44
12 ), TERICKIT 2 BIZZFIHRAE - ZSEICETL20A4 R4 ] (RRESSR, 201142 H),
DB FHIMAZFTICE T 2 M fast) (AAREAERETHS, 20114F 10 A), I~/47m7 1
A et KRR (cytogenetic microarray) DEFRIGHIZOWT) (HA/NREIESS, 2012 4F 1
H), THARNZTON 2 BERES LUK T 2 A (A AERR ABES, 2013 4F
6 H), TERFTZW (BT 2 M (BAERm AR, 201945 A) 7oL (2020 4¢3 AEL
1£)

B I RNFEINBEET A NT A4 AN TOFRIRIEEIS & B30 21T T8 6 700)

[% &l

1. BEESOERE

(—fx B %)

1) AFEARR RIS 2 & RIS BIZ SN T OEWE G TE 5.

2) Bint & &R BEARE DK, BLOBEEBTRAOHFIZOWNWT, TOMMZHHT
5.

3) DNA - RNA - BT - Za~F o - Yol « 7 AOEE L BEZFTX 5.

4) DNA &R DR L OMEMa X O L a2l T& 5.

5) AUTADEAIE, B RNOA T IVBEEEOBBHRAOREEZHRII T 5.



6) WD HEETAM (EEERO MM E) ORELH T 5.

7) BEROMEE, NVxz—Tar, ZAZOVWTOMKAFHATE .

8) HEAUTNEMLIZOWTHIHTE 5.

9) 7 ADOZERMEICES S EEROZEREEZHHTE 5.

(ATE H %)

(1) & #%

1) DNA DB YR ~DR Y S H - BFE, DNA, RNA, HEJGkE, fA#ME, X7 14 Y —A, BEX b

VEHA, FEANCER, YU/ A S, su~vFr, AR, TN

2) BT3Bl ¥ XV HEGK : Bia T, lEBL T, NTAXT—E L ZEIE T, mRNA, tRNA,

3)

4)

5)

rRNA, ¢DNA, microRNA, IncRNA, #2%5., FHER, WiHsE, = Ny, RUXTFR, B FTL
K7 <, RNA ¥, Cp6 7 A4 7 R, Yue—4—, =7 V>, 4 Fa, openreading frame
(ORF), oW —, EERGN, Tukvs v, A7T7A4 00, v v 7HEdE AU A
T —)l,

AT IVEAROER LBRTEE - ES OEQ, EEOER], MSZoER], EEH, ENE, SN,
RoeaErE, BV, BERE, BB, BAER, ZRM KB, 8h 1, RE
B,OREEHES, ~T RS, BE~T S, ~I8EE, TVES, RRAKREEER, W
LR s, XEHE R, BErREN, RBE, BRER, RBULE, MEREV 2

AT IVERE  ZINFER, BRPE, ERVE, 2540, FEihg, SEERE SE
B, LEVWVE, BOERhE, L, MREEE, I har N T7EE, BRER, ~Te
TITAI—, BRETTAI—, BUERNE, MEMRFREME, DNA A Fufk, BlaFHALrov s
J, TV RT AT AT N, T MR (T AA TV T 4T, FB
PHA VI —

FRM gk, WAEE, RIFE, BEE, R, 77408, TBE, s

6) AFEOILME - ASEHIG, A, ARIF AR, RIS, IR, SRR, DNREARAD,

7)

8)

9)

2.

R, K+, I+, BART, =k, #Ba, R

BEFER . FrbEr ABR, IABURER, AT L —AER ALy NER, B
WEARMRIZR L, HEne e R B MR E SR, 7 v R4 (haploinsufficiency), HAEEK
=Mk (triplosensitivity), MRZERER, HEEH, 71 —LoL 7 b~ KK, BEHE, W,
N, DNAETE, B1ERR Y, MEBsT, JEHILE, BaHiE, ERERE, BREZ R,
JEIRIZHAR (KT A o

ZH, NV x—a v (BRI ZRIOER, HIREEREE A RZHR (RFLP), VNTR (variable
number of tandem repeat), I =HT T4 M <A VT T4 FEE, SNV (single
nucleotide variation), SNP (single nucleotide polymorphism), K2k« i AZ . (indel),
a b —#X Y =—< 3 2 (CNV : copy number variation), #i&E£M (structural variant, =
721X structural variation ), DNA ZRIDIGH, ZAl~—H—, DNA 7 4 ' H—7 U k
B AW L RIRY, B BEY, BT, HFAEwT LR, BIE

B D A A B

il B 38 A 2 D Ze R



(—x B )

1) RO RELBEEL, SESERERFEN - T X7 1 v 7 BlG L BE ST T T
5.

2) Y KR O & OR/EMEEHHTE S,

3) b MREAEROKMRAEL - fEITIEICOW T TE, FREFNCK L TR bl L7 iaEss
)« oy RIS PRI, 0BT RIMRETES, MRS DR - MEREAOHI S A
FRMRNTIES, MEIEIMMNTIEZRINTE 5.

4) b MYEAROEBE M A B R D NSRRI RS ) AN ) =—v g VORFIEIC
FmL 5.

5) AT RYI OB FEYL ORI S ) 2N m— g ORKEGEFER RERLED
BE) BEOEEINDMEMMEICOWTHHTE 5.

6) FIIE - U oS, [E PRI G 0D 4 FR KA B e (R B OB IR B RIS DWW T T & 5.

7) BB NERBIZOW TP TE 5.

8) ZREVEREHINL D ERLAIEA~DISH OE R, FAEER DL MR D 1O ORI O fnE
FMOBEHRIZOVWTHITE 5.

9) B N ARFROREL S ) LMEROBBETFHRAAEAHEET 52N TES.

10) B b7 AMZEUCHEROFESCHE 2 b S ISR 2 B L, REBIOHEE & o REEE%
MHTED.

(ATE H %)

(1) & &%

1) BEROBRFHIERE - BaR, YAk, el Ulskasi), Bk GERIA,
B hrAT), YR (a7, R, Bk, F, TR%E, B/MATEEGRNL,
Yu (KRBT, O ED AR, S s R AR, YRR D AR, MR E ), o (M),
M, SHl, G M, G, G HI, DNA Gk (B, BheFrER, L7V ar, Kk
H, TREME, BEEME (NTrAR), BESH (RAGR), B GRLZ), NHFELZX,
X7 A~, Mz, EH, MEYREWE, a6, TMRalR, MR, #58, BE R R
(ST U, BRI, BEIM, ik, BiEEKR, S K, YT RUK, 2—JuvF
(FEMREE), ~TrruvxFr (REREH), X EAERRNERBIE, XIST X
INACTIVATION-SPECIFIC TRANSCRIPT) &{nf, EisfEAifE, B YRk (PAR :
pseudoautosomal region), TE Y = RT 4 7 A, MHYEE, Xl (FavwFr), Y-
BE (Fa~F ), X B, XY L&tk WsEEs, TreA7—8

2) YeBRORAENS - MM R CGRMI, U o8Bk, RER, B8, K, HE, EEA
- ARG, ZREMEERMIRG, OO, EAERNE (RB), BAGHT, QetkniiE (Q
Yetayk, GYufih, RYLfhih, CYufalk, NOR Yefayk, Cd Yetih, HIFREERE(L YL, £ &
Yealh, mREEE oy YRIE, KRGt RSy kiE), wOE insitu A 7Y XA B — 3 o (FISH)
%, YR FISH 3L, RIMIEZ FISHIE, 77 A N—FISHik, &7 —7 (3774 7 ua—
T, AT s Ta—7, RN e —T, YT Ta A7 a—7), YeaREE
YW E, e comparative genomic hybridization (CGH) 1, 24 & FISH V% (SKY 1 M-FISH
%)



3) T EBRFNTIEZ W O RN Y o T — 22— v A, IRy — 7 = o 235 (NGS) ,
YT w T 7k, DNA AL (RFLP, VNTR, STR, SNP, SNV) fi##r{%, DNA A F/LALfig
#rik, RT-PCRYE, ~/F 7L v 7 A PCRiL, E&PCRE, BEMGEREI o~ 7T 7 4
— (DHPLC : denaturing high—performance liquid chromatography) ¥, multiplex
ligation—dependent probe amplification(MLPA){#%, U 7 /L4 A A PCR %, digital PCRE

4) MRS ) NRTEANIC X M ) AR A
~A a7 LA YRBRE (CGH 7 L AL, SNP 7 LA {E), NGS e iifadr, Wittt (JEgqs!
(short read), KEIFNE) v —r 2, ) Ay —rx A, Trr)aryy—rzy
A, ¥y T F ¥ —v—I A, T V—AV—I A, 1 5fv—r A, EfH (long
read) —7 T A

5) Yuth iR EE O & ARG MR, B, BEORY, SEMERE, R RRRE,
PetaBREE, X v o7, G, BfEA, QLo Eac, IREMGEaEIEY, K&, BHE,
FAEERJE, PR R e KRR, 1 X— N URIREE ) JRAEYL AR, HE 2 Yok,
WAL, SRR, BRIk (U ) Yk, ekl @R, Rk
AR, ~— 0 —YEfR, Tk R A, — iR, ARk, UYLk, a5y
i, BhEE 1 BUOpRE, BREROAU0EE, 3:1 08k, Yoo, Bk, FUYI—, /Y
X—, NI YI—, TEFTYVI—, fHHME =M, UGS, CRERRE, CMERR, £
WA T BT A 7 TS A 7, X 2T, FBiEX A Y I — (UPD:Uniparental Disomy),
AIVEBEALII—, ~TakfII—, #HEESYT M (SVs:istructural variants), DNA{E
15, fEIEFHH 2, FEMRIR RumfAS & (NHEJ:non—homologous end joining), low copy repeats
(LCRs), FET7 L L TEABFEIHAHL 2. (NAHR:non-allelic homologous recombination), fork
stalling and template switching (FoSTeS), microhomology-mediated break—induced
replication (MMBIR), EHMiAEIERE (CCR : complex chromosome rearrangement), Yef{ik
ER 4 (chromothripsis)

6) Ytk BIE « Yot K EIE (heteromorphism, Y ROIEFHAR) & LM OE, Ytk B IEZ O
fi¥H, =—7u~F oY T b

7) ERVEOYGAREE PR - BRI, WHREERRTIE, MEERRETIE, SRET, Bk
BARFREMERE, ORI EAEEGREE, 7/ L6, e KRB % - 7o i 5 8% (DBCRs:
disease—associated balanced chromosome rearrangements), M7 7 1 X 7 fFAEAL, ML
arle, W IR E G, SREAIEM, 7 LA (T ATV T 407, R
BAYI—, WHREY A2, FUYI—LRAFa—, /Y I—LAFz2—, KA
ez, BBFHTE, BEWEE, RAE, BRIE, SR

8) B RMDYL LRI &I FIigE - U N E & Ye e RER I, BRI & Y RS - KRR,
Bs R, MR IEMuME & dnin (double minutes) /hsr (homogeneously staining region)
DNA A FALSRE, va~F L UVET U o7 B, TEE Ak

9) BEHRO NERE X< M, [PERE, WRRE, BREHRI, TBRERRAR, G
AR, BRIRGL IR, HREYL R

10) FAEER DR MR D T2 D O BRSO B FEA 22 BB MM e oA M i i O Fl % (ES
MG, iPS HEMG) SORISZTTiE, BRERiE, BEOE W R ORE

1) 77 AEF e N/ A7 vy s N, HapMap 7R =7 b, 1000 A7/ A7 myx s b,



WAL AT ¢ v« AH N 7 fkE (ToMMo), Human Genetic Variation Database (HGVD),
The Genome Aggregation Consortium (gnomAD) , %7 / ADAEE, BzAHIK, WEAHIX,
BARRYESH ], Yeta R, N7 o X A T HIX, BRI, %R BN, WAE s 1,
B r~y By, Rovatrrsa—=v7, BE#EET, BT, SNP 7 LA,
EEHAEAT, AT, vy FRaT, RERRHE, HERITE, GESEE, 5 LU
A FEIEMEHT (GWAS), FEESM~ > 7, identity by decent (IBD), Regions of
homozygosity (ROH), %7/ AT —H RX—RA KEr I —ER, HREMNT, MI0MERE, R
==, B ) L=V R, ) —N— R, A=y v —/4 A, ChIP
v—tr A denovo ¥ —47 A, RNA >— A, AN T.X 7 L7 —F (ZFN, TALEN, CRISPR/Cas),
VAN TE-S

3. AR EBEOERLEESH
(— % B )

1)

AR K OERR R A BATE SR I B 2 IR I YL U 7o ikl 8 BRARAR, MR ok
FEHERDOTIEC LY, ROFERESCELFEERELZBEIEICEK T Z LN TES.

2) BARTFHIMRA D BRIR R Z LM, S3ATROZ SV, BRRRA HMEe EORERIRIL 2SI T 5.

3)
4)
5)

6)
7)

8)

9)

10)

11)

JRPE & R R 2 IR AE O RS E 2 B RIS T E 5.

PORREICET A DOHA KT VONEEZHML, EEITIHZLENTXS.

AlEE R I L OB AR A I LB ER, aad, RMIEERF oM@ E A L, T b & % - 5%
BTN TED. £, BBOBFELRTEHEICKEBEL TV D.

Ao Hivk X OB OREIC N U CHE ) e et A iiE 2 ®INRTEX 5.

W72 515 IR & N A ATV, RERYEAMRIERZER L T2 iTyy, 1Ef/e i
GHTHEATH ZENTED.

b FNEEIRO S E M4BT 2 EEEESK (An International System for Human
Cytogenomic Nomenclature (ISCN) (S.Karger,Basel)) ZFS< R OETIEICKBL, Y
BAERAERE R Z EMEICHETE D, S OITHEROMR A T 5 BBk o v 2%
ZEUNARZ DN TES.

BAEICHE LB SIS A T A FEREORE ORIFEIZ OV T O Z A L, BIEE-S
LR IEITRE R F OB R A WUNRE T 20K 2 S< W EfT 22 LN TED.

FRARS AT > DA ZAERIC TR S — 1O TR Z & LB 0 B BRI 2 o TR & 27
HTEMWTED.

Bl QAR AR EEIN I OWTELE b, AHMEEZREL, T 22 LN TE 5.

(ATEh B £E)
(1) #
1) SESERMEHE T L o gk L, BEMIEDO AT A4 K77 A ETORBIEIZEHA

L, BRI N FRER RERRARIERAZ RS 5 LR TE .

2) B GHEFOYOMRMITEDO @ ZA L, A HSLROERE OIS TINnD %

IEMEIZFERMT D2 LNTED.

3) #ME FISHIEOMTIE DM 2 A L, BB ERRE OIS U T, fTicsnEi



Tu—7 Iy A&7 a7 OB E AT ZER LERL, O X EMICERT D
ZENTES.

4) TSR EE OREIECRTEEN (7 4 v 208, HIFERA~OBEX 11772 8) &5 W I3
fRMT S AT DO FNZEAL TWD.

5) WA D HBZ ETE 0 72k E TR, FISH AT 21TV, FErod ISCN (23S < ki
NTED.

6) BEFNOFEFCIEARZFIH LN EE 2 EWICEET 5 & & I, ATREZRRR Y sk
B - AN R T DI — AU THRERZFM L, SEm EICBT52 N TES.

(2) 0 W&
1) b FORAOEBRERETA FT7A4 v BEFHIORES LTORGBEBRET A RT A ] 7
&

2) FEBRERE - Hds 0 7 U — XU, (IR, WERE, WuUE, REE, KRBT AEEEE,
R KU 2E T, TRIEIA L, wAAEERR, =04, EISCBMEE, SERBEE, Ot
TR, (LFRZESAMAEE, HOCBAMMEL, WRMATIEE £ 3T R E T B LR i,
Y=~V A 7 T—, UTNEALPREREB, ~41 70T LA AXYT—, FXETY—
—7xrY—, WERy—r 2ot —, T _XR—2FHEa s a—4% F

3) AFEYLERSNTE - T2, MBI OERE] © [HEk2) 2R

4) I FMEERIR, T4 b TIAF=r (PHA), 275 F—8, bUTvr, Uv
WeARMTHE (PBS), “FRERICHLBEEMH, MoK MILR (=resFy, areIR), F
IV, mFVTLATuYA R, ARRIK, BV TEER, € OMAMMRIHE « BEARVERIZ &
R, XLV, ¥F 7V ~vAF— R, ~F A B 3328, -7 RETAFITI T,
KA Y 7 A, GEERER, & OMA TR 5 YEIC LB . R DNA e —7, X7
L7 —1E, DNARY AT —E, E#HX7 VAT, HbF NI oL - 7 R U LR
i (SSC), AN AT IR, vUMiET A7 I (BSA), Cot-1DNA, Srmi&th#l, 7 V-+kV
v, PUHRGEAAKL 4,6-V T IV -2-T 2= A v K=V TR (DAPL), TRV Y
DA FHEA R (P1), O FISHIEIZ LI 725K,

5) BHS T, FISHRNT, ~A 7 a7 LA YT, £ OO MR B8 A Ofs RALEE IS+
A EBEAIIREA « An International System for Human Cytogenomic Nomenclature (ISCN)
*IRHTIRIL 2016 FFJR (2019 4F 12 H BILE), CHLLUATIZ, 2013/ 2009/ 2005/ 1995/ 1991/ 1985/
1981/ 1978 4Ehk. > — > AN 7o NERENCE T A [EBAYEAY . Human Genome Variation
Society (HGVS) Sequence Variant Nomenclature (http://varnomen. hgvs. org).HGVS & ISCN
DPHELES DR 2 N ) 7 o S RO I
(http://varnomen. hgvs. org/recommendations/DNA/variant/complex/) .

6) FEEBOTE  WEKEEEH, BEmK, RBHRE, SEmE, 7914 N F=v 27, N
B, MR, REEHHFE (V—41), ZunXF =y, KRB, 15015189,
KEFRHEER S (College of American Pathologist, CAP) (https://www. cap.org), CAP F&
BREUEHERAB (https://www. cap. org/laboratory—improvement/proficiency-testing),
the European Molecular Genetics Quality Network (EMQN) (https://www. emgn. org), Genomic
Quality Assessment (GenQA) (https://www. genga. org)



4. BREE L EHREEORAMKSHT

(—fix BE)

1) YRR EOHES E BE EMICHATE 5. 2, REOKRETHIN YA REY O
FEBE, FRPEAEREEORKIERIZOWVWTHITE 5.

2) FIEFNZE S LT RO TR Z IR L, HDYEIC K OB IT A ERT 52 LN TE 5.

3) ISCNIZHE» TIEW AW LITRFEEM 25 L, K& LT, 5BEIC k> TFISHE,
methylation-PCR{%, MLPA L, ¥ A 7 07 LA L7 8O FBRFRIHTESIZ X 5Bk
BEOLENE - FHM - [RFICOWTORAZ G @bl /e =a X > M aFE L CIREZEZERT
HIEWTED.

4) YR BREEICEELZEBI Vv )V SICHER BRI R R T D LN TE D,

5) BB S EAIEOREZR AR L CRFT D22 L OEERAZHATE 5.

(ATE) H %)

(1) # I

1) FERYQEMRBFEEEREOME, AR, H3E, ZhENORKRIER O 275 T &
L. Fio, AFEREEICE LT, WHREOHMIZHHTES.

2) Yeth R RIS B RN D & Y3 Y R O R RUAR & B % 0 O e R B R IR 2 B
LTS TE D,

3) —MREM (MAMER, HAEVRERZRE) 2B D2 YRARERERRIZOVWTHITE 5.

4) FERMZHETE, FMIER, BEEE, BPERZ NT LN 2 TR D G AR
KR - BE (RHERY 7T 0 A7 R EET) OBE, BRRINER, MEEICOWTEH
HTx%.

5) S REE o IR YL (AR &G L (DBCRs) (2FE D e KRB H ORIEEF LR TE 5.

(2) & &%

1) YRR iEERE - ¥ vy (Down) JEMERE, 18 MU YV I —JEMERE, 13 b U Y I —JEMEEE,
4p— JEMERE, bp- JEWERE, 8 N Y I—FH A 2,9 hU Y I—FEH¥ A7, PallisterKillian
JEfERE (1207 N7 Y I —FH A7), =~ X)L (Emanuel) JEMERE (11/227RA VU V3
=), ¥x v NTAREBER (22q11 7 F 7V I—), REODIFEFIERPEAEOHT Y VI
— /T VI —IEEEB L OEOED, 794 T =2 EZ—FM, % —F— (Turner)
ok, XYY Bk, XXX Zofk, XXXXY SEERE, MR EROREE T 1 7, Magy X e fEt

2) Yt RARLEIEAERE « RN M E ILRMER) LF9E, 7 7 > 2= (Fanconi) #ifl, 7/L—2A
(Bloom) JEMERE, OB ML IE, Yuth /iR B HAMZEE (PCS : premature chromatid separation),
ICF JEMRHE, A I —~~ (Nijmegen) YefufRANZZESEMRE, Roberts JEMRHE

3) BEBEEARTIEWERE - B R O/ EEAEIEMERE « 1p36 B R 2, 4p— (Wolf-Hirschhorn), 5p— (Cri
du Chat), Y MR (Sotos) (5q35 K%K), U4 U7 LXK (Williams) (7qll.23 KZK), FE
SR 1A 1(TRPS1) (8923.3 K2K), T H— + ¥—F 4 4> (Langer-Giedion) (8q24.1
RE), Ry 74X« 7 4—F < (Beckwith-Wiedemann) (11pl5.5 E#H), Wilms JEE-
HERTZE — U6 PR AR Fil g A7 TR R AR (WAGR) (11p13 KZK), Potocki-Shaffer (11pll. 2 K2K),
7 Y x /b~ (Angelman) (15q12 R%), 77 % —+ 0 4 U (Prader-Willi) (15q12 K2K),



NEY v ad Ay TAE (Rubinstein-Taybi) (16p13.3 KK), X T— T 4 h—
(Miller-Dieker) (17p13.3 K%K), vv/b=a—-«~<U—-« hy—Rj% 1 &
(Charcot-Marie-Tooth disease, type 1: CMT1A) (17pl2 EH#), EEMEMNTMHE=2—n1 X
F-— (HNPP) (17p12 K2K), A I A+~ F = (Smith-Magenis) (17p11. 2 K2K), Potocki-Lupski
(17pll.2 E#), 77—/ (Alagille) (20pll.23 KK), MMM (74 « Ya—v
(DiGeorge)) (22q11.2 K%K), AT oA RALT 7 X —EXKE (Xp22.3 KK), Hr~vr
(Kallmann) (Xp22.3 K%2), 7 =¥ = X (Duchenne) G A b7 o — (Xp2l KK),
BHEM YU o —/LRAEE (CGKD) (Xp21 KR2K), SFERMERIBIZAE (AHC) (Xp21 KZK), XY
et (DSS) (Xp21 EH), XYY xR+ ALYy n— (Pelizaeus-Merzbacher) (Xq22.2
HH)

4) ATV T 4 v TREEE LTORBMES A Y I — KRS 1Y I —6 AR —
WEPERER ), BEEREIMEZ A Y 2 —T (Ressell-Silver), KM HMEX AV I—11 (RXv 7
7 4 R 4 —F <~ (Beckwith-Wiedemann) , FRHEREIMEZ A >~ I —11 (Ressell-Silver) ,
REMERBIMES A Y I —14 (Temple) , KMEA ML A Y I —14 (Kagami-Ogata) , REMEREHIME
FA Y I—15 (Prader-Willi EMEHE) , RMEFBMES A Y I —15 (Angelman JEMRHE) , RHE
FBiE 4 4 2 —20 (Mulchandani-Bhoi-Conlin) , RMEF#HIMESL A ¥ I —20

5) ApEBEE - RREMEAR, RNEE, BERE, FE, NEHE, BRE ZEHE KR
FIE, Y G RHUN RO

6) YRR EIEMEDBIZA V) U TR ERER  ReEERRERED AN =X N, Yeth
KR OB, e RREORRER, ROKRTEORMNEIK, REAKREEOBICHIME, &5
Yeta (R BE OFRARIER O - IS E 7> T D b DIZ OV TITER T & OBE, 1>
T4 —LKearktr b B2EEF K, AT AT —ZX—R : PubMed, OMIM (Online
Mendelian Inheritance in Man), Orphanet, UNIQUE, GTR (Genetic Testing Registry),
EuroGentest, UCSC Genome Browser (University of California, Santa Cruz), DGV (Database
of Genomic Variant), DECIPHER (Database of Chromosomal Imbalance and Phenotype in
Humans using Ensemble Resources), ClinGen (Clinical Genome Resource), NCBI Gene,
LRG (Locus Reference Genomic), ClinVar, dbVar, dbGaP, HGMD (The Human Gene Mutation
Database), COSMIC (Catalogue of Somatic Mutations in Cancer) , GeneCards, [Yufa{AH
WA IOFT= 5], GeneReviews, GeneReviews H ANFEhNZE

6) REEMIIRE ORI & HREIRAE - BAESEMIIL, B U o SRERERMIAORE, EB 71 LA, ESflifia,
iPS #ifa

5. HARBWICED S REESHT

(—fi )

1) HAERDEEZFZHRESCERATREFRRAE CGERATRERRA (PCT-A), ERATH 851
A& (PGT-M), FHIRAIERF A (PGT-SR) (2B 5 4Lary, MmELRIRTEE O & {hig D
A, BLOEERS (AREYR, AANEERYS, R8BIV ) 7%, B
KRERM AR FERRE) ORMGREZHEHEL TRY, 2Ry - MEAICED 2SI E & 5 2
LIWTED.

2) REOESR, BAEME~Y—V—BEKY 7 b~— 0 — L P BRRE ORRIZ OV THEE L



TWn5.

3) EAZFEAHARTFAEE (non—invasive prenatal genetic testing; NIPT) DJFEFE (cell free
DNA) EHEZE, E3% - MR (RE - BPsE TR, FRRE - ) « [RA, A
DHEBRQEZHEL TS,

4) HARTZEIZT O #is & 7iE (MRS, FoKRERE, IR MERE, I OEEEEEER S
BHE T 2 Hfr-Ci&lE) OME L ZD[RF & EAZHAEL TN 5.

5) ERAMBREIRDBEROFH EREFE, BIOENZE-IEBHER & OME L Z DR
MR LML TV 5.

6) Kot 2 & e HAERTRZ N B D 2 Ml B R 7R T &2 BERICEMT 5 2 LN TF, £7z,
T EORF L RERZHEL TV 5.

7) MEMEE DO EREREEUNINET 52 N TE S, £, o REsfIc
RAEKEE ICRETES.

(ATE) H %)

(1) £ v

1) SN REDE U S L2 b ONE D, REICLERFMIEWTZ L TV D NENE
PIWT L, BRITICBET DM A R KBS 72012, WY/RE®RE, REEZBIRT LN T
5. REMEHCH DY - @Y R REETLEN L/ CE 5. HMOERIREZBE L, EAR
TERUZE T DR 2 Il & 2.

2) BIKOEY ENEBIET 57O BERTEREHELDIZENTED.

3) HAERTZMNCBE DL 500 & BRI E T2 2 LN TE, FRICHETHFMEITS 2 LN T
5.

4) BEAOREESCER ZRARKEE ICEYICHAT L Z N TE 2.

5) MARM, MRAE, RABE, SROMIR:SICE LT, KEE L ESN, than, M
IR DN E RS T 5 2 N TE 5.

6) MAEMELZOFMBEY 2D THAE > 0E, B, 20, MBI Y 2%
PHCIBEE - BiFS3 2 2 LN TE S,

(2) & &%

1) HARTZKOMEIG « @ik, LR REE, LEERREIRHEOBE, ARG~ —
AN—IZLDAT V== TREIZBIT D54 U AT HERF], BRFENT BE, BIRGHR LS.

2) FAENDHAERTOBERE TR LN DY EREY I L5 T O AERE T4 U 5 Ytk i o
FME, MEE, BXONEORE, PIHIRICALNDEY A 7 ERBES A4 Y I —0Mf%, £
WA 708, BT H LN BT, FHEMICA LN D BEORBIZ OV TR L T
5.

3) AV —=v T mED~—h— B omiE~—»— (PAPP-A, free-hCG, hCG),
T WM~ — % — (free B-hCG, hCG, AFP, uE,, inhibin A), #BHWKY 7 h~—H—
(MG VA B IE (NT), SvEEE (NB), —RFMSEAR4E (TR), FFIRES R (DV) ]

4) MR ORE - FEANRERERIE, FKimZ, FKED, BIRGE

5) A P RREE, WBILEE, SRR E, 2L

6) IREEAMHARRAEICSWNT, MmN T A2 RARRFEZHEML T D, BE, FRE, Bk

gt}

gt}



R, RME R, AREOEKE ORRICOWTHEEL TN 5.

7) RREREREUE  FOKERE, MERIL METH DL Z L EHERT L ELED), BIEmER (b
Wi TohdZ & E2ERTHHEEET), BEERE.

8) MfuREEE « BiiR, 77 A2kl in situik (ENFhOERE L KT - HHiT)

9) MAMEOHIE : B - (AETT A 7 OHEE, BWRHEEICERE LZESF A2 (CPM) OHE
1%, BRRHLRRIR A O E ik

10) ~— A —Yetafk L BIRA - HARRAE TR SIS~ — 0 —REARORERI 72 Hk & 384
B, MARRT & AR OBESCREMRT 250 2 vHetE, B X OBl sk Z Bk T
DAL E FIEICOWTHEE L TV 5.

11) UPD Z%& 5 BRDXIAL : UPD DA DA G4 2 Yuth R B OFER (MR ML <0 =K AR
6, 7, 11, 14, 15, 20 FLEMKOBEMRT Y A 7 O, NEER~— 7 — YAk DO %k
tH, 14, 16 FYAEEZGTor N— Y R AR O 72 &), UPD JE et % 5 5 %8
BORY (HEFENEEERE, HAEMRERE), BELoRERE (BEE, BHr~Lr=7,
JERCHERE D FLH 72 &), B L OVUPD B2 W e B 70 B AL 2 B L T\ 5.

12) Ytk S LSO AR WT - BIET2W, BRE2HiRe L

13) 4EHR & MR VR DI BB 9 5 SERE 70 Fnik

14) R D A Al & PR3 9 D 1B BT 5 ik

6. BV RE, BERBEEMROEEES

(% B )

1) @i - V28 E, BRSO R EERE OIS & B RICHI T 5.

2) FBRHNIE U Clb) e Bikeel & etk AiE 2 BIRTE 5.

3) AIMIE - U oNIE, FEEIESORIKE, 2k X OO A B TE .

4) FEEIZRFET) e Ye R B & MR - AR RE R K QMR RO RFIAL L OBIRE B T 5.

5) MEFICHA e YR B LT RE OBBRESATE 5.

6) HAIMIE - U NE, ETRIER ORI 5 Yk B O%E 2 5y B 5 F AN
BHTx 5.

(178 B £E)

(1) # iy

1) B - Vo OGRS TE 5.

2) EUEMEE»OMIdZfHE L, BRI LN TED.

3) B - U oSl BRSO Y AR OERINTE 5.

4) |G - Vo8l EEERE RO SN TE S,

5) Biw - U oo, BTG 1T DR E O ERE S 2 A L ISCN OEEREAINHE
S THREFBHEZTLH T LN TES.

6) PAEOHTRERDBER EED XS RBEEDONIZONT, @Rz A MEAFT#HTED.

(2) 0 W&



1) 7 FRIIEARF O HE « I D 5 WVITIEIG ISR A e YR 585, dmin, hsr, ~— 0 —4f
&, ISCN, MAEIET, DAMEIELES, DNA R A~ v FEEEREG -, AT = 7K
AU, BEF=y IRA b, 28y QB R, ~7 aEZaEoEkL (LOH), MY
IAFH DTG (LOT), ASHINE = /- 13 A o v —2 % (somatic copy number alterations:
SCNAs, acquired copy number alterations: ACNAs) , = v —# A& A, at®™—HKo X, =
E—HAEA~T nBEEEOEL (CN-LOH), @& BT, HERE, B, Yairn
i (chromothripsis), N AMEELEIRE, HBAOLEMEDH, B - (LFWEOBIR
RS, FEAEEMSMIZE B, FERETE LRI R B (BMEFHE (dominant negative) ZhHE, I A~
y FEEBEEF, MEMEZEE HRR) &1, MRS HERIKT (homologous
recombination deficiency:HRD), FHHlxrJ — EisF L& (Tumor Mutation Burden:TMB)
Fu Xt —=8, BHERF, JERRE L OEFRRETY, Ta—% A FA N —, B
ARERFICET 24 T4 0T —# =2 (Mitelman 7 — & X—2%), N ABEBEE T
2 F7 — &2 X — 2 (COSMIC %)

2) BIR Eoxek - sy, MR, WIE, FAB /0%, WHO 438 (2017 4EAR), SR H)
RKEAY 27 53088, VRS ORIN « M - 180 - 7%, a1 =F 2, BABKGBTF
INARE, U xy RANA AT o—, ALFRRE, 0 FIERRRE, BUNHURE, BB, KA
MariafiE, W LB, EF = 7R A MRFESE

3) BRI - E REHE A VEIES, B RE SR AUEMRE, Ve SR O, AR BE T B I,
AFRREREEINIE, AR R A2 A3 2 B8R IEE, RA RS B i (MPAL),  BE A8 A
iE, FFERAUT R BRI P VRIS, SRR O 2 A i
t(9:22) (q34. 15q11.2) /BCR-ABL1, t(8;21) (q22;q22. 1) /RUNXI-RUNXIT1 (AML1-ETO)
t(15;17) (a24. 15921. 2) /PML-RARA, inv (16) (p13. 1q22) & %\ M t(16516) (p13.1;922)/
CBFB-MYHII, t(9;11) (p21.3;q23.3) /KMT2A (MLL)-MLL-T3, t(v;11q23.3)/KMT2A (MLL) @& &
faf, FIPILI-PDGFR & Ei51, t(5512) (q32;p13)/ETV6-PDGERB,

t(6:;9) (p23;q34. 1) /DEK-NUP214, inv (3) (q21.3q26.2) F7=1%

t(3:3) (a21. 3;026. 2) /GATA2-MECOM (EVI1), t(1:;22) (p13.3;ql3.1)/RBMI5-MKLI,

t(8:9) (p22;q24. 1) /PCMI-JAK2, t(1;22) (p13.3:ql3.1)/RBUIS-MKLI,

t(7:12) (p36. 3;p13. 2) /MNX1-ETV6, t(8;16) (pl1.2;p13.3)/KAT6A-CREBBP,

t(5511) (g35. 35p15. 5) /NUP9S-NSD1, t(11;12) (p15. 35p13.5)/NUPIS-KDMEA, JAK2 i8ARF2
5L, NPMI S8R T2 5%, CEBPATEAR TR, FLT3TEAR TR, KITHAR AR, RUNXI AT
5L, CALREAR 255, MPLIBIR{-ZE5, TPs3BIA1Z5, FHMARE (X, Y, 1g FU Y
I —, del(5q), —7,del (7q), +8, del (12p), i (17) (q10), del(20q), +19, +21, +Ph), Monosomal
karyotype

4) U U NRMEE At oA E, BYEY o3P a i, FEEARREE, JERatEY N
JE, /N—F > U oSE, MALT U 27N, Bfife U o EAMER A,  fHRkER IS L OVshik M e
JEESE, t(12:21) (p13. 15q22. 1) /ETV6-RUNXI (TEL-AML1), W& 2 {51 B-ALL, 1% 2 {41 B-ALL,
t(1:19) (a23;p13. 3) /TCF3-PBX1 (E2A-PBX1), t(5:;14) (q31.1;q32. 1) /IL3-IGH,

t(8;14) (q24;932) / IGH-MYC, t(14;18) (q32;q21)/IGH-BCLZ,

t(11514) (q13;q32) / IGH-CCND1 (BCL1), t(6;14) (p21;q32)/IGH-CCND3,

t(12;14) (p13;q32) / IGH-CCND2, t(4;14) (p16;5q32) / IGH-FGFR3, t(14;16) (q32;q23) / IGH-MAF,



7.

t(14;20) (q32;q11) /IGH-MAFB, t(8:22) (q24;qll.2)/MYC-IGL,

t(1118) (a215q21) /BIRC3 (AP12)-MALT1, t(3;14) (q27;q32)/BCL6-1GH, 14q11. 2 HxAERY
T-ALL/TRA&TRD, 7q34 #5J8% T-ALL/ TRB, t(2;5) (p23;q35) /NPMI-ALK, i ALK 811 PRk
t(9;22) (q34. 15q11. 2) /BCR-ABL1, BCR-ABL1 %, t (v;11q23. 3) / KMT2A (MLL)f§h & & {51, iAMP21,
1g21 ¥R, del(13q), del(17p)

5) [ETEIEE © bR RIEE, B EE, t(7;16) (q33;pll. 2) /FUS-CREB3L2,

t(11:22) (p13;q12) /EWSRI-WT1, t(11;22) (q24;q12)/EWSRI-FLI1, {1 EWSR1 i&f51 FHHEEK,

inv(2) (p21p23) /EML4-ALK, t(2;13) (q36;ql4)/PAX3-FOX0IA,

t(X;18) (pl1.2;ql1.2)/SSI8(SYT)-SSX1, t(12;16) (q13;pll)/FUS-DDIT3 (CHOP),

t(12516) (q13;pl1l) /FUS-ATF1, ERBB2(HER2)WEA~-T-¥EWE, BRCA1/2, NTRK1/2/3, BRAF, EGFR,
FGFR, PDGFR, ROSI, ALK, N-RAS, K-RAS, FLT3, ~A 7 a¥%F 54 FRZEMEMSI) (B .
WHO 438 (2017 4F), =2 > /=4 L B Wi 3K W6:PMDA) , MEMEEMALAE (13q14 (RBI) K2K)

# TS, FLEFIZENIADEDGH TS 57728, WHO 74H, ACHG
recommendation 7¢ ENZ J. B BRATDIFHRIREE|Z 53D 21T 1278 6 72000

WREE) T ) DRETEAINIC K2R 7 2 FHRE

(—fi )

1) ~A4 27 a7 LA Y%EBikkaE (chromosomal microarray, CMA) <2 NGS Yfa{KRifr7e & DOHHlE

T LREICONT, TNENOECRE R EMHEICHATE 5. £, SMALIETHRE
SNFLANY T2 P OFEELRAOHREIRAZHHTE 5. BV A 7 BRE, HERTE OME
JEIZOWTHHATE 5.

2) KEAMEELE AT FOBKRNERZHMETE 5.
3) M7 ) LFRIRA TRAE OBWNI DR N DRIND NV Z R L7256 ORREE T IESF R

Progs - Gzl V5.

4) SNP T LA THRHEINA~T a2 #EZEMEOWK (loss of heterozygosity (LOH), absence of

heterozygosity (AOH)) DEFEEHET LA TV T 4 VT BEE (FEMEXA Y I —)
WIZOWTHHTE 5.

5) CMA AL NGS Be A& TR SN N U 7 M- TW D ATRENED & % Y (R AR K

ZmTE 5.

6) Mifa s ) DFEHIREFMOENIDOT A RTA4 o 2fF L, ZOT v 77— MRELZ #IZi

BLTBLZERTX S,

TENHR)
(1) # I

1) My, DRETRIELIZAY 7 b2 Y 77 LU AS 7 KTEID 4T, ISCN X HGVS DL

HIC LN CEMICERTHZ ENTES.

2 ) B S 4172 CNVs F 721X SCNAs/ACNAs DYIWr i 2 IEFEICY 77 LU AT ) AiZ~<w v B 7L,

NYT T = _X=2%FHMA L, ZORKRTRHFOT /) T —a ko TEELEAY
T2 OREN - ARERET — S N—=R, HDLWVTEE KRBT AR ZA~DRGDOA L



PR ENTED, £i2, NU TV MEBRICEE SN DA OIS % FE L CR AR
MO L BB, B B35 (haploinsufficiency £721% triplosensitivity) OF
e, SRR REROGEOAMETRDL LN TED.

3) M & a7z ONVs 7213 SCNAs DEFIRIY e 5B 2 WIRElC 7 7 A0 L, B ORI
4 EOMHBEERPITE S,

4) RS Iz CNVs ICH B R JRE &2 A 5 L S -3 h, BE ORERSZ N4 & OB
B W TH, REIEREBA~OBBIY R NHDH &%, FIREICRET S Z &0
TE 5.

5) MRS ) DR TR L7283 7 0 M IOEE D Ye R AR R 2 HET U, 1 31 08 S g R A 1
RERNETHLREMERH D LB X ONDE R ST, AR OBRIED T2 HIZH
F o W O4EME FISH A (EEIR 7o —7RIRE2ET) NBIMEL LTHEL RS D
LR FEREICHRETHIENTES.

6) MRA TR L7 CNVs £721X SCNAs D7 — X2 £/ L, fHx DY T > hD Y T A58 DK
EZmb TN ZENTED.

7)) BREICHWDIENT 7T > b7 4 — LI, H0DRESF v NMEOEHE, VAT ADHARS
BERE L2 5 ICiiE U, MBS U C RS MM A T » TRl e ik L oBRELDHTE
5.

(2) & @&

1) G EZDE D S3HT - ONV SEMERE, R A CNV FEIS, (517K, OMIM Morbid genes, Probaability
of Loss of function Intolerance (pLI), Haploinsufficiensy Score(HI index), & A=
BN =3 L eONY, T LIVBEE, S AV AE RO X A —UF Y — L (PolyPhen—2,
SIFT, MutationTaster, PROVEAN, LRT 7g&)

2) CNV DR B2 D7 At
AFERLR S CNVs D 7 T A58
American College of Medical Genetics and Genomics (ACMG)/Clinical Genome Resource
(ClinGen) Pathogenic; Likely pathogenic; Uncertain significance; Likely benign; Benign
EuroGentest/European Society of Human Genetics (ESHG) Class 1: Benign; Class 2: Likely
benign; Class 3: Uncertain clinical relevance (uncertain significance); Class 4: Likely
pathogenic; Class 5: Pathogenic

PR/ A5 CNAs D 7 F 25358
American College of Medical Genetics and Genomics (ACMG) and the Cancer Genomics
Consortium (CGC) Tier 1: Variants with strong clinical significance (1A, 1B); Tier 2:
Variants with some clinical significance; Tier 3: Clonal variants with no documented
neoplastic disorder association; Tier 4: Benign or likely benign Variants

3) CONV JEERE - iR CNV 58K : 1p36 (GABRD &) iB/KJe, 1p36 (GABRD &) uBE#M, 1q2l.1
RO [/ MRS -8 K48 (TAR) 1, 1a21. 1 (GJAS &) BAEMGMIRZR, 1a21.1 (GJAS &) X
MM EA, 1a43a44 (AKT3 ) il KK, 2p2]1 MK R, 2p15-16. 1 (BCLIIAE) PRk,
2433. 1 K2, 2437 (HDAC4E) £/ Y I—, 3429 (DLGI &) SABMMERE, 3429 (DLGI )
RAEWAR K, 4p— [Wolf-Hirshhorn], 4pl6.3 M= 42, bp— [Cri du chat], 5plb M



#, 5q22.2 (APCE) K4 [Familial Adenomatous Polyposis], 5q32.2 (LMNBI &) E{E
[Adult-onset autosomal dominant leukodystrophy], 5q35 (NSDI &) K€ /K%< [Sotos], 5q35
(NSD1 &) IKAE B, 6024 (PLAGL1 &) B, Tqll. 23 (ELNE) 1B /K% [Williams-Beuren],
7q11.23 (ELNE) KEEME, 7q21.2921.3 (SHFMI &) K2 [Split hand/foot malformation
1], 7q36.3 ZRS HH, 8p23.1 (GATA4E) KAEEM, 8p23.1 (GATA4%E) KAERZK, 8q2l.11
WA RS, 9q 7T 1 A7 (EHMTI &) K2, 10q22. 3-q23. 2 (BMPRIA &) F{EKZ:, 11plb5.5
(Imprinting Control Region 1) K%<, 11pl5 (H19, KCNQI) BHE[Nv 7 DU 4 X« U 4 —F
< (Beckwith-Wiedemann) ] , 11pl3 /RZ< [Wilms G- HENTERE WA R ATl SR AT T — S 40 12
W (WAGR) 1, 1lpll.2 (ALX4, EXT2%) /K& [Potocki-Shaffer], 12ql4 (GRIPI, HUGAZ2 &)
WOk 2, 15q11ql13 RKIEXRH& [T Y =/~ (Angelman) ], 15qllql3 REXRFK[F T & — -
7 4 U (Prader-Willi) ], 15qllql3 (PWS/AS fE¥k) ff8 &, 15q13. 3 SKEMAM K, 15q24
BRI K, 15025, 2 AR 2%, 15926 HE [EALE], 16p13.3 (ATR-16) KK, 16p13.3
(CREBBP &) R&[NbEr 2B A« Z4E (Rubinstein-Taybi) 1, 16pl3.11 (MYHII &)
PSS EAE, 16p13. 11 (MYHI1 &) FAEMGER S, 16pll. 2-pl2. 2 i EAE, 16pll. 2-pl2. 2
PR R, 16p12. 1 SCIEMAI RS, 16pll.2 (SHZBI &) RKAEEAL KD, 16pll.2 (TBX6 &) X
ALK Y, 16p11.2 (TBX6 &) KB M, 17p13.3 (YWHAE, PAFAHIBI &) KIK[3 T — -
7 4 51— (Miller-Dieker) 1, 17p13.3 (YWHAE, PAFAHIBI &) TEAE, 17pl2 (PMP22%E) KiE

HHE [y a— e <wU—-+ v —2 1 B! (Charcot-Marie-Tooth = = —nm /XF—1A Y
(CMT1A) ], 17pl2 (PMP22%) RAEXRZ [EAsMEENSSME= 2 —r /3F— (HINPP) ], 17pll.2
(RAT1 &) KXY [AI A« ¥ =2 (Smith-Magenis) ], 17pll.2 (RAIl &) KIGEH
[Potocki-Lupski], 17qll.2 (NFIE) KEXK [y 2 V7 7€ (Recklinghausen)
o (MRRRRRAENESE T &Y) 1, 17ql11.2 (VFI %) KIEEM, 17q12 (INFIBE) RAERK [
fa—BEIRHS (RCAD) 1, 17ql2 (HNFIB) IKAEHEAE, 17q21.3 (KANSLI ) IKAE /KK [Koolen de
Vries], 17q21.3 (KANSLI &) KAEEME, 21ql.3 (APPE) B[ RHIFIERF M T 1Y N
A ~—¥il, 22q11.21 (CECR2%) KAEHEME [Fv v N7 AIEMRE(22q11 7 R TV I —) ],
22q11. 2 (TBX1 &) AN R [BARIERL (7« « ¥ 2 — (DiGeorge) 1, 22qll.2 (7BX1
&) KB EAE, 22q11. 2 RN KK, 22q11. 2 [KE RN E M, 22q13 (SHANK3 &) KK,
Xp22.33 (SHOX ) KK [VV—UA VEPEEIE (Leri-Weill) ], Xp22.31 (STS &) KiE
NIREK [ATmA RALVT 72— RE], Xpll.23 (MAOA, MAOBE) TAl~ I KK
Xpll.22-pll. 23 BCHAEEAE, Xpll. 22 SGMIERE, Xa22.2 (PLPI &) T [(RU Y =D X« AL
Y X wn— (Pelizaeus—Merzbacher) 1, Xq28 (MECP24E) EME, Xq28 (GDI1E) NMAGHGHIE
6, Xa28 (RAB39B & ) LA~ R R 5%, Xq28 (RAB39B & ) KA AN B4, Y11 (AZFa, AZFb+AZFc,
AZFb, AZFc &) P~ KK

% DECIPHER (https://decipher. sanger. ac. uk/disordersftsyndromes/overview) , ClinGen

(https://www. ncbi. nlm. nih. gov/projects/dbvar/clingen/pathogenic_region. shtm) Z &

(2020 4 2 A BifE)

# TR CNVs 3B S5 & ER b, F BRGNS B INEGEPH L5728, BHD

TFBRIRIEIZ B D 1T UL & 7200

3) TRIEYFTH, : ACMG 23 B iE 2 HESE 9 2 " RIAT &1V & b (ACMG SF v2.0), ClinGen

Curation of the ACMG 59 Genes



(https://www. ncbi. nlm. nih. gov/projects/dbvar/clingen/acmg. shtml), 4/ AEREIZEBIT
LW ET BB AT 28EE 20 1 BARKLF/SR/VRAZ TS (20190327 JiR),
DAL F S FRIVBRE RIFTREEB R I =~ 2 U A MNEER, T02: kitfy —7 =
Y= T AT SR S HE R B R IR A 31T 2 BARAY 7 8 [BoEhR] (20191212)
(https://www. amed. go. jp/content/000056786. pdf)

4) Fr oA v F—F_R—2 (2020 4 2 HBILE) -
PubMed (https://www. ncbi.nlm. nih. gov/pubmed/)

OMIM (Online Mendelian Inheritance in Man) (http://www. omim. org)

orphanet (https://www. orpha. net/consor/cgi—bin/index. php),
UNIQUE (https://www. rarechromo. org/),
GTR (Genetic Testing Registry) (https://www.ncbi.nlm. nih. gov/gtr/),

EuroGentest (http://www. eurogentest. org/index. php?id=160),

UCSC Genome Browser (University of California, Santa Cruz) ( https://genome. ucsc. edu),

DGV (Database of Genomic Variant) (http://dgv. tcag. ca/dgv/app/home?ref=),

DECIPHER (Database of Chromosomal Imbalance and Phenotype in Humans using Ensemble
Resources) ( https://decipher. sanger. ac. uk),
DECIPHER Genome Browser (https://decipher. sanger. ac. uk/browser ),

ClinGen (Clinical Genome Resource) ( https://clinicalgenome. org),

ClinGen dosage sensitivity map (https://www.ncbi.nlm. nih. gov/projects/dbvar/clingen/ ),
ClinGen CNV Pathogenicity Calculator (http://cnvcalc.clinicalgenome.org/cnvcalc/),

UpToDate (https://www. uptodate. com)
Overview of genetic variation
Congenital cytogenetic abnormalities
Genomic disorders: An overview
Chromosomal translocations, deletions, and inversions
Microdeletion syndromes (chromosomes 1 to 11)
Microdeletion syndromes (chromosomes 12 to 22)
Microduplication syndromes
Sex chromosome abnormalities

NCBI Gene (https://www. ncbi.nlm. nih. gov/gene),

LRG (Locus Reference Genomic) (https://www. lrg—sequence. org),

ClinVar (https://www. ncbi. nlm. nih. gov/clinvar/)
dbVar (https://www. ncbi. nlm. nih. gov/dbvar/),

Human Genetic Variation Database (http://www. hgvd. genome. med. kyoto—u. ac. jp),

j Morf (https://jmorp. megabank. tohoku. ac. jp/201911/),

J Genome Browser (https://jbrowse.org),
dbGaP (https://www. ncbi. nlm. nih. gov/gap/),
HGMD (The Human Gene Mutation Database) (http://www. hgmd. cf. ac. uk/ac/index. php)

GeneCards (https://www. genecards. org)




The Cancer Genome Atlas (TCGA) Copy Number Portal
(http://portals. broadinstitute. org/tcga/gistic/browseGisticAnalyses),

The Compendium of Cancer Genome Aberrations (CCGA)

(http://www. ccga. io/index. php/Main_Page),

Catalog of Somatic Mutations in Cancer (COSMIC) (http://cancer. sanger. ac.uk/cosmic),

COSMIC Cancer Gene Census (https://cancer. sanger. ac. uk/census),

the International Cancer Genomics Consortium (ICGC) Data Portal (https://dcc. icgc.org),

cBioPortal (http://www. cbioportal.org),

National Cancer Institute (NCI) Genomic Data Commons (GDC)
(https://portal. gdc. cancer. gov/),

PeCan Data Portal (Pediatric Cancer focused) (https://pecan. stjude. org/home),

Mitelman Database (https://mitelmandatabase. isb—cgc. org),

Atlas of Genetics and Cytogenetics in Oncology and Haematology

(http://atlasgeneticsoncology. org/),

Variant Interpretation for Cancer Consortium (VICC)

(https://cancervariants. org/resources/),

Clinical Interpretation of Variants in Cancer (CIViC) (http://www.civicdb. org),

My Cancer Genome (https://www.mycancergenome. org),

OncoKB (https://www. oncokb. org),

Precision Medicine Knowledgebase (PMKB) (https://pmkb.weill.cornell. edu)
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