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1) A2 /ORXEExR

Gain/Loss Intervals Table

BRHESN-OE—8ZER (A2 -OR) B OFERE TRREHREEHITRHELTOET,
BREIhEERICX, REREE DL aE—H T eEEtEFTNEETT,
EEFTO—TDEENEZLNSIEREEER/NMEEEFHEIELTNVET,

K KBEEEFR/NMEBDESZAIZDONTIE, p.0sZZSHETILY,

o ZA{K(Chr):
MHEiEOEEARES
« IRR-# = (bp) (Start-Stop (bp)) :
REDIBRER R
+ HAX (kb)(Size (kb)) :
fEgnRS
e HAk/\UF (Cytoband) :
EEb =10 AW S

« 54> /AR (Gain/Loss) :
BEXEOHFRITMY, FXFOHFIIOARERLET,

e« F7/T7—232 (Annotation) :

R/MEEICEGHEEFHRAZHSINET.

A /OREEE
Gain/Loss Intervals Table
BES-ESbp) MNFAZ(kb) BPTARISUF
REE BXES-BH0by) BAYAZX(b) BRYARNUE HFAo/O0R T/T—av
Chr  Min Start-Stop(bp) Min Size(kb) Min Cytoband Gain/Loss Annotations
Max Start-Stop(bp) Max Sizelkb) Max Cytoband
chrl 149041013-149232481 191,469 q21.2 0687 NBPF25P, RNVU1-17, RNVU1-18, RNU1-3,
148936713-149240199 303.487 q21.2 RNU1-4, RNU1-2. RNU1-1
chr2 89391346-90234023 842678 pll2 0481
89301215-90299637 9986 423 pll2
chri8 28403802-44216768 15812967 ql21 - q21.1 0923 DSC3, DSC2. DSCAS, DSC1. DSG1, DSG1-AS1
28371352-44264664 15893313 ql21 - q21.1 DSG4, DSG3, DSG2. DSG2-AS1, TTR, BAGALTS,

SLC25A52, TRAPPCS, RNF125, RNF138, MEP1B,
GAREM1, WBP11P1, KLHL14, CCDC178, ASXL3
NOL4, DTNA, MAPRE2, ZNF397. ZSCAN30,
ZNF271P, ZNF24, ZNF396, INOBOC, GALNTI
MIR3975, MIR187, MIR3929, C18orf21, RPRD1A,
SLC39A6, ELP2, COSMOC, MOCOS, FHOD3
LOC105372071, TPGS2, KIAA1328, LOC105372069,
CELF4, LOC105372068, SNORA111, MIR4318,
MIR924HG. MIRS24, MIR5583-2. MIR5583-1,
LINCO01902, LINC01477, KC6, PIK3C3, LINC00907,
RIT2. SYT4. LINC01478, LINCO1601, SETBP1,
MIR4319, SLC14A2 SLC14A2-AS1, SLC14A1,
SIGLEC15, EPGS, PSTPIP2, ATPSF1A, HAUST,
C180rf25, RNF165, LOXHD1

FArIF 4

Gan=Gan

Ox=0A

Loss=Loss

BYA/0RMEH 3

Total Gain/Loss Intervals: 3



2) LOH{EIE =&
LOH Intervals Table

BRESNATOESEOREL (LOH) EEORRE TRFERECHISRELTLET,

BRESh=MEEICE, REBEEDLBOLOHBEELEFENRTET .
BEFTO—TDERENLEZNIRABHER/PEREEHLLTLET,

N KRB EFR/NBIEDESZAFIZDINTIE, p.0dx ST,

« AR (Chr):
fEEOFEERES
« MRR-# = (bp) (Start-Stop (bp)) :
MEiEDmR LR
. HAZ (kb)(Size (kb)) :
fEED RS
« HAbk/\2F(Cytoband) :
FEECTOR S AWA N

7 /T —3> (Annotation) :
R/MEBICELS B FERNSEEHINET,

LOHfE &

LOH Intervals Table
BMA-HAbp) BT AX(b) BNFARAUF

REE BAES-8E0bp) BRYIX(b) BRYSMIUF FI/F—av

Chr  Min Start-Stop(bp) Min Size(kb) Min Cytoband Annotations

Max Start-Stop(bp)} Max Sizelkb) Max Cytoband

chrl 189698374-197702401 8004028 Q311 - q313 BRINP3, LINCO1351, LINCO1720, LINCO1680, RGS18,
189618513~-197727297 8108.785 q3l.1 - q313 RGS21, RGS1, RGS13, MIR4426. RGS2, RGS2-AS1, UCHLS,

chr2

chri8 28154725-44284184 16129 460 ql2.1 - q21.1 DSC3, DSC2. DSCAS, DSC1, DSG1. DSG1-AS1, DSG4, DSG3,

SCARNA18B, RO60. GLRX2, CDC73, MIR1278, BIGALT2,
LINCO1031, LINCO1724, KCNT2, MIR4735, CFH, CFHR3

CFHR1, CFHR4, CFHR2, CFHRS, F138, ASPM, ZBTB41. CRB1,

DENNDIB

193740060-200604281 6864222 q32.3 - q33.1 LINCO1821, LINCO1790, SLC3%9A10. DNAHT, STK178, HECW2,

193587035-2006 73266 7086.232 qd2.3 -~ qdd.1 HECW2-AS1, CCOC150, LOC100130452. GTF3C3, C2orf6,
PGAP1, ANKRD44, ANKRD44-AS1, ANKRD44-IT1, SF3B1.

COQ10B, HSPD1, SNORA10SA, SNORA1058, HSPE1, HSPEI-

MOB4, MOB4, RFTN2, MARSZ2, BOLL. PLCL1. LINCO1923
SATB2 SATB2-AS1, LINC0O1877

27983821-44293622 16309.802 ql2.1 - q21.1 DSG2. DSG2-AS1, TTR, BAGALTE, SLC25A52, TRAPPCS,
RNF125, RNF138, MEP1B, GAREMI, WBP11P1, KLHL14,

CCDC178, ASXL3, NOL4, DTNA, MAPRE2. ZNF397, ZSCAN30,

ZNF271P, ZNF24, ZNF396, INOBOC, GALNT1, MIR3975
MIR187, MIR3929, C1Borf21, RPRD1A. SLC39A6, ELP2,

COSMOC, MOCOS, FHOD3J, LOC105372071, TPGS2, KIAA1328,
LOC105372069, CELF4, LOC105372068, SNORA111, MIR4318,

MIR924HG. MIR924, MIR5583-2, MIR5583-1, LINC01902,

LINCO01477, KC6, PIK3C3, LINCOD907, RIT2, SYT4, LINC01478,

LINCO1601, SETBP1, MIR4319, SLC14A2, SLC14A2-AS1,
SLC14A1, SIGLEC15, EPGS, PSTPIP2, ATPSF1A, HAUST,
C180orf25. RNF165, LOXHD1, ST8SIAS

#LOHfRS .3
Total LOH Intervals: 3
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3) £EBHEKEL—(512/OX/LOH)
Chromosome View (Gain/Loss/LOH)

FA/AR/LOHABREHEEN =L BEKIZOWNT, aE—HT (KA -AR)EZRHE
FTHOHDCGHTA—TNSDT—RE ATAESHEDESL (LOH) EHRHT 51=6
DSNPTA—T NN T—R2ELBIRTEIZRRLTVET,

o YEBEARDBELEMRSEE (PAR)DIE—#ZTLEEBREZITOVERE A, BHEIC
DEFLTIIXEBRABLVYEEBEDOPARTRIESN-aE—ZELEE LT R
TXEEBARIZEIY Y TONET, THICDEFHELTIEL, YEBRADIE—HZTL4E
B OWTIEBFrESnEzL A

(R=H)

EEEL—(F1/OR/ LOH)
Chromosome Views (Gain/Loss/LOH)

Chrs < - REHES

CGHFT:




3)-1 CGHE

CGHTO—TMoDT—4ZRRLTVEY, TR ERLOMNEEZRLET (L
imlEEBI R in, FimlERERIREZRLES )

A7 A DECGHTO—T oD T—RRA U MERLTULVET,

BEE. SBYUTILICHTIEEYTILOTO—TIFFILDO LD Log2{EE TR
LTULWET,

(Log2fE<0: Fr. Log2{E>0: HE TRRLTLET,)

AE—HE LI EHESNEEERE (AR) - FR(T1V) DFTRRLTVET,

(Loss M T 7<15l) (GainD FR=H1)

JE—MELRHSh-EEERT.
EFOR(FE). ERET10(FE)DH

SNPF T SNPET:
1 1 2 3 4 2 o 1 2 3
: } s L
. p13
L] p12
pli2
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3)-2 SNPERTD
SNPTO—ToDT—3%RRLTWET, @A EOMEFRLET (L
imlIERRIG, TinlXRBIRmEFRLET),
TAOAF7LADESNPRTO—Th o F—2RAV hERLTUWET,
IR SNPTO—T A BRHELTULASNPIZDOWT, 1207 LILOaE—#HERLTWET,
ATOESHEOR KL (LOH) AR Eh - B H S - B EZE TR RLTWET,
(Loss D & <451)

Chr5

pi52

LOH AV % i Sh - Sl Z R B TR T,

pisan
plas
plé.
p1az

pi2

A7 LA DESNPTO—THhi
DT —ERAUb

qi2.1

qld2
qi4.1
ql43

q21.1
9213

122
q23.1
q133
qi12

q32
q332

q34

q352

T—RRAV D7 DB
HIRERICHTEEZMET,. SNPTA—TASNPTLIILT—2EWMELET,
FBSNPIZDOWTIDD7ULILDIE—HEEHL, T3 RAVPELTERREINFE T, (FIRERTU LGN
TLULDETY,) TULILNERFMILEEREFOIET BE. RANMITUIL BAMITLILZITH#NT
WETD TSNP EICTD K/ —U A BEESNET,
ANTAEEREOT7ULLNRANERICDLEVNEEEATOESEDORK (LOH) DEIBELTHRELES,

Genotype
01 23 4 (B MFIRERTUNGZLTLILDESE)
II I ﬂ—% AEERS /LD 0:AA. 1:AB. 2:BB
b TIPTIN - .
Il > ~smamsonoms 0:A.1:8
i l I |—% TAODEE Bl M) YS—) 0:AAA, 1:AAB, 2:ABB, 3:BBB




3)-2 SNPER®

AE—HEILDHENATOE SO BL (cnLOHXT) DB &1L, CGHR R TOR [FRHEhTLWEE

Ao

—BTOFDELSIZ, CGHERRTORNRHEIN TS EETE, LOHDEEEE N THIIESIC
[X. LOHARHEIN TLVEWLWZEEHYET, LOHDBHERICDEFELTIE., p.10DERS) 2T B

fZaby,

(cnLOHD ZFR <451

q211

q213

qa.1
q23.31
q23.33
q242
q28.1
9253
q20.12
qa02

| * sempes s vape S sepEAR 1D YT

AE—HEEOLBEDATOESEDE X
(cnLOH) @ I

CGHER R CARMNBHSIhTS5EETH.
LOHAYER HH S TULVELY

%1:6nLOH: 2021 ERITDACMGH ARSA*(ZHE T, EREE KEZE Dcopy—neutral loss of heterozygosity
(cnLOH)[Zregion of homozygosity (ROH) EEEMIZIESN ., KRB R DcenLOHIZROHER HZELYET,

* Chromosomal microarray analysis, including constitutional and neoplastic disease applications, 2021 revision: a
technical standard of the American College of Medical Genetics and Genomics (ACMG). Lina Shao, Yassmine Akkari,
Linda D. Cooley, David T. Miller, Bryce A. Seifert, Daynna J. Wolff, Fady M. Mikhail, ACMG Laboratory Quality

Assurance Committee, Genetics in Medicine, Volume 23, Issue 10, October 2021, Pages 1818 -1829




4) ISCNFEED

ISCN Nomenclature

BRHENT=F RTDHOCNV(F A12-AR)-LOHIZEA §HISCN(2016)FREE THY . EREK FIEE LRIR 14£.
BLUOIE—HIE REAESHTEYFE A SEFMELTHASNBISCNRED 7 (- ARAD I
F—#lX. 51 /ORBEBRONBEERLRDZIENHYET, F1=. LOHMEE, R Dcopy neutral LOH
DHISCNREEICRREBINFET,

ISCNZEEE

ISCN Nomenclature

arr[GRCh37] 2p11.2(89301215x2,89391346_90234023x071,90299637x2)

arr{GRCh37] 15q12q22.2(27491708x2,27517679_62435156x2,62616357x2) hmz

arr[GRCh37] 16p11.2p11.1(34452646x2,34482042_34743643x3,34777184x2)

arrl GRCh37](X)x2

* RHSNT=FTXTOCNV(FM42-0R) - LOHIZH T ZISCN(2016)RIETHY . BEMER CHERE. LU —-HIZ, BRI THEY

=A

RAXH/NOIERA-BRISOVWTIEITEDIEICEHLTEYVET,

BEXRlER MR BRMRR  BRER
arr[GRCh37] 2p11.2 (89301215x2, 89391346 _ 90234023 x0~1, 90299637 x 2)
arr[GRCh37] 15q12922.2 (27491708 x2, 27517679 _ 62435156 x2, 62616357 x2) hmz
arr[GRCh37] 16p11.2p11.1(34452646 x 2, 34482042 _ 347436433, 34777184 x2)
arr[GRCh37] (X)x2
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a)
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6)

Y EADEBELEAKEE (PAR) OO —#TLEEREETVERE A, Bl
[CDEFFLTIXERBASSIUVYRBRDPARTRIESNI-OE—HELEEIE
FTARTXEBEICEY B TONET KEICOEFFELTEL., YEBAROIE—HE
EFEIBIC DL TSN EE A

50%KHEDES A VREDCNVIFHERIZIFREBESINGLMEELHYFET, 50 %
L EDMEIZOE—#ELABFEETEIEYS AU T, 100 L EDCGHTO—T
50 aE—HZEREEMEEETRHETEET,

A7 vEATIE, SEPOHRMGE DN LB AREBELLETRETSHILET
=FEHA,

TAUIZDNTIE 20 kb LA ETHY. 5LLEDCGHTA—T A EEN TS5
FRHELET, ORIZTDNTIE 10 kb A ETHY ., 5L EDCGHTE—T N EEN
TWHMEEERELET,

LOH [ZDULTIE 5 MbLLETHY . 100l EDSNPTA—T A EENTULVH 5B
ERHELET,

TO—THNLYODEN, FIHEVERICHFE T HCONVIE, R ShELE
BORHYET, Tz, TV EAIERASNESE YU TILICCNVAEFEN S
s —HOBAIEEHOIE—HELIIREShEE A

B REBIZE T 5558

27 /) LITELBBEDFRIEILL 150 kb EHYET,
BRI EERZE DI R IN-EEDOHREED P REXH 25k TY,
QE—#@BTEOTO—J DEEFEICKYREBEIIELYET)

GenetiSure Dx Postnatal Assay [ 7O LU IR XELYSIA-—HEE
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1) AREG, REEE. MWES. A XEE. FIINRBEEEFICEET SHCNV
HEUWenLOHDEHEZ BHIELTUVET, Ty M HERIE. EMOEMZBRELEICR
W BE., RBRICKHHERE. HON. BRKEGRMEEH. Aot T hENLE
HNAETDMDEERFTRSSUVEZ AR EHAEHE THEALTIZEL,

2) REEZERYHRICIE, BEZEMERTEIRFOHASMUFESEILTWE
Ly,

GenetiSureDxPostnatalAssayl 7O LU R XEXYSIH-—EHEE

[BRICBLVTERTEIM//O07L/EBEREDH (AR 1(202063A308

BA/NIE ﬁF$
REES

BEFBAROITREBERAREER
[EREEEERFBEHOETHFEFOQOLOM L% BIET QIEMH R I
MEEAMMBRAEFEREDOSENZEATDEE IR

(R8:&EURL]

(HAF2R)
https://ishg.jp/wp-conte nt/uploads/2017/08/20200330 microarray quidance.pdf

GER—%)
https://ishg.jp /wp-
content/uploads/2017/08/20200330 microarray quidance annotations.pdf
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https://jshg.jp/wp-content/uploads/2017/08/20200330_microarray_guidance.pdf
https://jshg.jp/wp-content/uploads/2017/08/20200330_microarray_guidance_annotations.pdf
https://jshg.jp/wp-content/uploads/2017/08/20200330_microarray_guidance_annotations.pdf

RO MERIZH ATURL

O EANREGEYS BANBEGES BAERREESE
[ZERICBVWTERT V(IO T7LILEBARREOHA(F VX

https://plaza.umin.ac.jp/p-genet/microarray/

@®AmericanCollegeofMedicalGeneticsandGenomics
"Technicalstandardsfortheinterpretationandreportingofconstitutionalcopy -
numbervariants:ajointconse nsusrecomme ndationoftheAmericanCollegeofMedicalGe
neticsandGenomics(ACMG)andtheClinicalGenomeResource(ClinGen)"
https://doi.org/10.1038/s41436-021-01150-9

®DECIPHER

DatabasEofgenomiCvarlationandPhenotypeinHumans usingEnsemblResources
https://www.decipherge nomics.org/browser
HHDECIHPERD T 74 )L MEERRILGRCh38 T,
AIEEHRIZGRChITDEZETREIN TSN T,

BRHIICRTBELHYET , ) grch37:20:62037542-62103993

@Y A/O7LARBRREDHEREROAERMEIY IV 7Y—ILARXRINTL
-i-d—o

https://plaza.umin.ac.jp/p-genet/microarray/
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https://plaza.umin.ac.jp/p-genet/microarray/
https://doi.org/10.1038/s41436-021-01150-9
https://www.deciphergenomics.org/browser
https://plaza.umin.ac.jp/p-genet/microarray/
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