NYTUMDREET /LRI a3 IZDNWT

ZDERTIE. deletion(duplication)D/SU 7 ¥ MZEITBT / LRV arvt
N7 bDOREBICOWLTdeletionD /N 7> P ZHlICERBBL TWLWE T,
BREOKERCREEOERTEREY ORIZZSBLFEE W,

e /) LEBGEFDERICOWVWT - - + -+ page2
T/ LDMAEZEEELEFOAMIZOVWTENY 7Y PORBICOWTHBAWEZLET,

e deletionlCHBIFBT/ LFEIavyDXLIZDOWT ¢+ - ¢+ - page3
deletionlCHEWVWTERDT / LRI a v eEREBODT /LRI aryHhATndzedrdhl,
ZDEFEICHOWTEFHRBAWELE T,




delT X7zl delAE B HAIEL WLV

3,170,950 bp 33,170,960 bp 33,170,970 bp 33,170,980 bp 33,
| | | |
[0-534]
—1 i@gﬁ— O % |
— DEL: 376
— INS: 0
CACAGGGATGGGTCATGGGTCAGGT GTTCTCTATCCACAAHA
COL11A2 — §\ =t
ZDEREIDMRNAD = £ N5 H[E

FXIZcDNAEDEREE TIL. COL11A2 c.3046-53del TDO/NY 7> MY £97,
IGVICEWTdel AICRZ F3A . BHdel TICHEANIZDODWTERBAWSEZL £,

T/ LEEDNOARE TERINTEY FTH. mRNAIZRICAIE £/ dRMA S ICHEEND
MIEBEFICE>TERY 7,

_ N _ N A _ — N
| 4,4 [5- BEFAZ > | 5-BEFB -3 ) { 3-BIGFC-5 | | 5-BMGID -3 » >
4 4 N 4

> TEEZDFTIEDNAE IZdel TE REEINF T,



A deletionlCHWTHT / LAIEAT NS DD

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

[0- 538]

—. gy o x|

= DEL: 376 ~

O INS: 0 v
CACAGGGATGGGTCATGGGTCIAIGGTGTTCTCTATCCACAAMH-A

COL11E

COL11A2 c.3046-53del T (chr6:33,170,969) /XY 7> k ZIGVTHRR L 7ZFIICA Y 3%,
ERDdeletion® /XY 7> b 1£chr6:33,170,9701C 72 ) . RED R av eI nNdZ e&rHhY F9,

I, NGST — R DEEMEED /XY 77> MEH A /RIVCF (VariantCallFormat) (CEFE L TWE T,
VCF ClZReference DIEEL (T X L TAlternative (/XU 7> fDIEE) TEREINF TN

VCFlZ. ZDIRREBAHHFRTE W=, deletion L 72 1{EF] D Positionx S 7-FKRiL & I 578,
Rt Lo/ LRy a vy EERIICITNTWET (TH)

Ref Alt Position ‘ Position
A X chr6:33,170,970 CA Q chr6:33,170,969




BEICIEENREY IR L 7-& T DdeletioniZ DWW T

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

[0 - 455]

c g g ¢ t ¢ g g g ¢ t ¢ ¢ g ¢ ¢ t g c¢c glgl]€c € A G CGTCTTCTCT
= = = = . o = = R =

A

FIZKCNQ4 c.211del DCH 221G EEHt 9 5 815 Ddeletion DB T,
AT E. 1IEEFINRIEIN D 7-%Hchrl:40,784,302 (C75 1) . Eftd 2IEE DdeletionDIFAE TH .
NWNYTFYbEE B/ LDODXRZ— M) ICHETCREEINET,

LA L. VCFTEREDc.211del . p.GIn(Q)71Ser(S)fsTer68D /XU 77> bh o/ LRY Y 3 > %
BETET D &, chrl:g.40,784,304delCE 7 V) . REATNE T GREH)

ZNIEE CIEEHERE L /=deletionD /XY 7> fTld. BT DIAITREET D/IL—ILAH Y,
KCNQ4IZT / LERICEDCARMEDELTFDI=H, JENFAERICA Y MNELATNET,

Alt VCF® Position

GC G chr1:40,784,302 c.211del p.GIn(Q)71Ser(S)fsTer68




B CIEE O AER: L 7o & = Ddeletionl2D W T

108,922,520 bp 108,922,530 bp 108,922,540 bp
| | |

A A 4

G A A CTGOCTCATACAGTECT|T|IC A A CAAIC A A|C T T
i C H T A 3 i

EE13GPSM2 c.1566_1568del D CAAA 3 [E]#E V) % 3 TEIZ D deletion DB T,
RIFRICEEMNT £, UEERIARE I 5 7-8chrl:108,922,534 (272 Y 9,

[ CIEE D DdeletionTH., NU TV MMEIZDOELEFDOIBITRET HIL—ILIZHRY) £,
FHoGPsM2izsT / LERUED AR DELRT T, 3IANLERIZARY .
VCFTlE. c.1566_1568del. p.Thr523deld /N 7> k&l RENITNE T GREH)

Alt VCF@)Position HGVS.c

TCAA T chr1:108,922,534 | c.1566_1568del | p.Thr523del




T LR gENRY T RREDIL—IL

LI EDEBAD & 5 (Cdeletion®D /s 7 FICEWTIE, EBOST / LRIy avE
RL LT/ LR avhpIngd,

J—Jb
1. 4/ L ElZdeletion(duplication)® /s Y P> MMEEF / LDRXZ— FEA)IcHFETREE .,
R LET /LR VavhiuEEFee LY X7,

2. ALUIEE (B2VLIEYRLES) PEHKTHEED/AY 7> kTl
TI)LEDT ) LR aVIZEICFETCREINETH,
cDNA L DFEECIZDNA LD3 HlIcHFETREINE T,

NY T PDOREICHOWVLTIE. HGVS(Human Genome Variation Society, https://www.hgvs.org/)
PRI IREEICEY 7,

SERENLENSUT Y FOREOZNL—IOFEHICOWLWTIE,

Sequence Variant Nomenclature(http://varnomen.hgvs.org/) % TS B & Ly,



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

