TEOERIZEY /) LRSS 3 I22o0WT

CDERTIE, deletion(duplication)DZERICEITET / LR a v EZERDORTICOWT
deletionDZEEZ#HIZFHEAL TWE T,
BREOKERFCHEROBIRTERY OB 30,

g/ LEEBGEFOAMMICOWVWT - - + - page2
) LDMEZEEEBEGEFOARMICOVWTEZDEBROEZRDRIEICOVLTHBAWEL T,

deletionlcHBFIB T/ LRI avyDXLIZDOWT -+ + ¢ page3
deletionDZRE TIE. W DD DIL—=ILIZHE-TH /LRI ave
ZERORIEDPITNBZILHFHY, ZOI—ILIZDOWTEHAWELET,




del T F/4lE del A B BHAIEL W?

3,170,950 bp 33,170,960 bp 33,170,970 bp 33,170,980 bp 33,
| | | |

[0- 539]

o= ] x|
DEL: 376 )
INS: 0 9

CACAGGGATGGGTCATGGGTCAGGTGTTCTCTATCCACAAARA

COL11A2

EFXIiZ. COL11A2 c.3046-53del TOZE (K F9,
IGVICBEWTdel AICRZ T4, Btdel TIZCHBHNICDOWTEBRBWLW L £9,

IBERIIIS' -IDFMTENOEME TR INTEIN, 7/ LLEDEERFIFAL £/
PSR EICMRNAE LT ENL2 DB DOMNEBEL THEY £95,

D
v EEEED) BREX) EEx

ERzEHE LT, EEFABDDLSICT / LERLUENARAETIE, delALRREBEINET,
LD L. EMDOCOLIIA2RELEFCOLDICT / LAERMNAETICFHENDBELFDHE L.
ERmAREI Al del TEREEN KT,



Rt deletionlCHEWTHT / LAGEATNDZD ?

3,170,950 bp 33,170,960 bp 33,170,970 bp 33,170,980 bp 33,
| | | |

[0- 539]

& 0 ]
DEL: 376 Al
INS: 0 ol

SRR

CACAGGGATGGGTCATGGGTC GGTGTTCTCTATCCACAAA-A

COL11A2

COL11A2 c.3046-53del T (chr6:33,170,969) OZEE#IGVTHRR L 7=HIICA Y 3 H%,
ERDdeletion D Z £ |£chr6:33,170,9701C7% Y . Ry avAINs 2 eEAHY £,

ZNIE. NGST — R DEENTICH T2 EEIEFER % ~IVCF (VariantCallFormat) [CHFER L TWF 9,
VCF’CCiReference@iﬁ_-.-_ ﬁL’CAIternatlve (ZEDIEE) CRIEINFTTAH.

VCFIL., ZEDIRREZFFATE LWL =% ., deletion L 7=1{EF] D Positionx & 7-FKiL & WD 7=
BT LT/ LR avypMEEFIIcITnTwET (TH) .

Alt Position Position

A X chr6:33,170,970 chr6:33,170,969




B CIEENE ) IR L 7- & T DdeletionlZ DWW T

40,784,290 bp 40,784,300 bp 40,784,310 bp
| | | |

[0 - 455]

c g g e t ¢ g g g e t e e g €6 e t g e glgl€C C A G C G C T C C T
] S G s ! ) £ B =] 5

A

FIZKCNQ4 c.211del DCH 221G E E 9 5 T8I Ddeletion D E EHI T,
AT E. BBEEFIARIEE I NS 7-5Hchr1:40784302 (275 ) . BT BIEE DdeletionDIHBETH.
ZTREIZE (F/LDREZ— M) ICFETCKRESINET,

LA L. VCFTEREE SN 5c.211del . p.GIn(Q)71Ser(S)fsTer68DEEN BT / LRy > 3 v %
MBI 5 & chrl:g.40784304delCE 72 W) . REEHANAITNE T (FREED)

Zhix. A CIBEDER: L /-deletion DEE TlE, BFDIFTERELT HIL—ILHBDH Y.
KCNQ4ET / LERUEDI L ERZXDEEFDOI-H, 3MITAERICAYVBELAITNE T,

Alt VCF® Position HGVS.c

GC G chr1:40784302 c.211del p.GIn(Q)71Ser(S)fsTer68




B CIEE DB AGERE L 7= & T DdeletionlZ DWW T

108,922,520 bp 108,922,530 bp 108,922,540 bp
I I I

G A A CTGCCATACA AGT CT|T|C A A CA AC|A AC|T T
d] ] H T A =

|

[ 1

¥ I£GPSM2 ¢.1566_1568del D CAAH 3[E]#E V)R 3 $HIF D deletion D ZE R T,
EERICEENT . HEEFINEREE I N5 7-5Hchr1:108922534 (272 ) £ T,

@ CIEE DR DdeletionTH., ZEIIZDEEFDOI[TERIET D/L—ILIZHY 9,
FEOGPSM2IT / LERLUEDOAMZT DEMETF T, IAITHERIZAK Y,
VCFTIlE. c.1566_1568del. pThr523delDZER &4 REHNITNE T (FREED) .

Alt VCF® Position

GC G chr1:108922534 | c.1566_1568del | p.Thr523del




) LARI g ETRKRIEDIL—IL

LIEDEEAD & 5 [TdeletionDZERICEWTIIET / LR a Ve EEOREIPITNET,

Jb—Ib

1. f#tr k. deletion(duplication)DZERIZE (F/ LDRZ— M) ICFHETREEIN,
g/ LR avhuugEFaE LY X,

2. RIUCEE’ERTHIHEBOLERTIE, EEDT / LRV avIIEICFETREIND
D, ZEREOREBIIZDEGFDIAICTFETREINS -8, BEEREFICE->TRETNIS,

ZREROFRELICOULTIX, HGVS(Human Genome Variation Society, https://www.hgvs.org/)%*
HREITHIREEICEY X7,

SERBRNLIE-ZEDORIEOZN—ILVLOFEMIC DWW TIETEEDSequence Variant Nomenclature(
http://varnomen.hgvs.org/)% ZTSB L 723 Ly,



https://www.hgvs.org/
http://varnomen.hgvs.org/
http://varnomen.hgvs.org/
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