T TR
P mindoramer |TRIINAN

B
MYGenosties MGNC0021543_1 8C030886_F 7

Toward the promise of Genomics

BE MR

)

| FEA G 5 18C030886 4, ERp HESl 07/11
‘ 8. 2% s g §§%m= &l g e
A By WA Kk e gt
SHTE « e ]
5 R 25« )
B, : -
SRR, -
95 S WL 2 Rz
SR R, SHRE, SHEhARh, fhnd, kR

gr, DABIRHL S A IR PR R IR RE -




S ——"

BIRRIRHLL

FAEQ

.

o i It ik

MyGenostics
Toward the promise of Genomics MGNC0021 543_18C030886_

BIRE R
2R el Ae

Il R 42 )

DNAH9 p BAGHEIR:
lnikzem, .

4 ; BEIF WIR U145 1] 2 - R IE 1 T G , aR
4 = 3 T2 T - o AR R (A | AL R 2
ﬁﬁi@%ﬁ%ﬁ'@ A J i . iztm:-trmu&ﬂm&ﬁjﬁliéﬁmﬁzﬁﬁmﬁm&%&%%=. Ll

(omwnzro';soo)g PRV F T BE U DL F— St [ FRRe, EEE— AL .

IR 2 A v\%ullﬁﬁ%;ﬁ%lﬁ??;mﬁﬁfi;ﬂﬂ%ﬂ;ﬁéﬁﬂ*ﬁﬁE‘Jﬁﬁ%‘;MWE@;M%
T, r
RIPIEE: Bethlem LI JE 22 )L 3L A3 ) BL REAEE SRS - IGPRAR B IR
Bettiem gy gy —ENEEREERWRMBL.
(OMMI:]SSSIO? s B IEIR 3 ) UVGE I HOE R 2 /b U L GRSt T IR L
jJ;HIlF%I?E)'J%ﬂE‘Jﬂ?WI)ﬁEZ?é;H\J'Eﬂﬁﬁﬁ;mﬁ;m%ﬁ;m%mﬁ%@%@éﬂ%;
g*iﬁn%ﬁ;ﬁﬁﬁﬁgi&ﬁﬂm—7673;ﬁiﬂﬁﬁﬁ;%%ﬁmﬁ%&ﬁ;Eﬁ%ﬂﬁgéﬁﬁi’a‘

Ulirich 26 TR E T2/ 13 1 25— Fije RYENUR, W2 BT )3
— AR LR L R . RHFE . Bethlem LR 5

TRPM7

TR R 2 VT 2 3D AR A ) LIVLAK 70 iR FE Bl 24
(B 1 S T 5 P B2 AR O 25 L PR O ) S B
FREE R (IR B B R R EOE TR A5

B LR AT M T s 2 R VR AR IS L TS
T 51 BB ARy R 22 57, F I TS P T4
REN, HEMAL T B R WS TR P T



HAHEREL 1

MGNC0021543 1 8C030886_F%

o ik ifs
Sp MyGenostics

Toward the promise of Genomics
B e

TR R T AR R TR BT T 1 (03T =
i, E#ﬁ%ﬂ%ﬁigggmzft% oA ko . BB ESBY ]
PSRRI, 5 r] AL L . WU R R i g KR S

E;e;;;: #1 Bas St-Laurent X &3 100 Z4il. ARCAI &%Jh'ﬁi%%i?ﬁﬂm@%w

SEFERIE, FERIR A AR AR . e

i A L < Hﬁﬁﬁ%?ﬁ;ﬂ;%ﬁé’iﬁ%;/ﬁﬂ&%ﬁ@ﬂiﬁ%ﬁ;iﬁi@i}f?&ﬁﬁ;ﬁi%%ﬂ?}ﬁ%dﬁ;ﬁk

3 R RS e
BRME: Logh BaLE R RTLR BB o . LRr I Pid |
ZRGH—AREBHRIRET. FR R NI B B A7 A2 BRI

WidE . ISPREDL YT 1 R G2 R BIX I, 0 AR R IR B H
REE, IiE. FFkiR. 8. MAHEk. MREFR W s K0 5 A R

Leigh 441 . ‘
(OMIM:256000) WKL REAELEE AL, L T & B a TERLA B I B R 0, B
%ﬁf%ﬁ;%%&ﬁﬁi&;%%ﬂk#&;m

W0 SR A T R B B IR R KA A
T RERG: 4T IR 4 S TR RIS LK 7T [0S [ gt 7o AT 4R HISRFE; 7 BT
RO R e e A Bl G R TS IR S REAS 2 1525 5P 1 7 P 4 LR ERjedptanlio)
? ﬁﬁﬁ@ﬂﬁ;@“&ﬁﬁﬁ‘-ﬁ;“’?%ﬁﬁ;%!ﬁ@#’ﬁ;@)hﬁﬂﬁﬁ;i&ﬁﬁ/%
TR RIS R G B
SHEEYI] Miéfﬁ%ﬁ'ﬁﬁwﬁﬂﬁﬁﬂﬂﬁﬁﬁﬁ%n EX-ieaalH]
s A )L B SO KRBT . RESE [EE 573
) Jea AR, AEEERLLAUR, WA, BF9%, Leigh 4251k,
TR AR 1 — SR .
I HE A, LR T a1 R SRERE BRI R IE ;IS
BB AR Bk, A TR R G I T RSS VN & 5
3 R T HT 5 f 2 X B A AU R £ R BRAE G
4k T8 L IR e SR T S i 7K i 2 7 BSR i Am
T} R B0 L BT o A U 4 MR B B AN R
S T S PEER BRI S U AL o RO BB v 5 ) LR

— R EMEMREIUE, EERHERNRIERTIE
A BB RIS AR, BIULPBE A

SEREI A RIS
LT 4 i i




RO

MGNC0021543_1 8C0308864£7}i€“

R A

: ) MyGenostlcs

roward the promise of Genomics

};G%M;):‘ngﬁr#;zmwi WA 2K RBUES BT {/bﬁllx%n%mru&ﬁ, o o B SR R AE
REVEL 2} 5 T 9 R ﬁg‘#gjrfﬂﬁ 0.00020; 415 B HE e HM A ST PolyPhen 2.

AR A T E COLOAS A A5 1 ANy & 5ieas
1) c.8983G>A (p.V2995I), /‘u—-- ‘
o D, I ACMG 16/, %28 Sa75 3 52 Al A & LR Y (Uncertain):
;gﬁ;f;;ﬁﬁ;;ﬁﬁ%m*mm%-, MR 5T
TIZAL S - 3 3 > X
ok f-t%f;‘iézﬂm%mﬁ; GR ARSI, ERBIR RIS ARA IR FRAIBSRRLL
s THRETEM K {4 SIFT, PolyPhen_2. REVEL SHITRI R, Bk, BRI

AR TR COLI2AT BB A | A fp s 9eas

1) c.793C>T (p-R265C),
PM2+PP3: ). ARHE ACMG #1547 47k # 52 Jollapk 8 AR (Uncertain):

PM2:
EIE#A#&%&*ME&:@ 0.00001, IEHHAZSF:

SRTIRE . AE. A
R ARA TR, ERAERZN




/e LR

: g PryOenast eo MGNC0021543_18C030886_F 52

oward the promise of Genomics

e RMERABII R SHH BAOR™ AE A, B o RSFRT s SAT 38
fo. RRBEMETIEN | A KRR IR RIHERTEAL, UL L0207
Lty

PR, FRBEMSNLER, UhB%, Hoa S mEREN S AR A SRR £ AT -

L)

3RAMBIMEBEARRETE (FBid L AJi7E 7 S 3 5 33 H I A A 7T HE B REA NG R T B
BOE ST

EEEVS ERA : - : :
Z&A A %4 A pr ——
E DBz e s e B . BT
T.AR 1. Salih AV 2. ZIRHEARIEYE L
chr2- NM 00126  ¢.17597G> 2AD o3 i RAEGHE 161 4. B
179595705 T550:exon A et : p (Uncertsl 3% pmpmsors oy ms ERALE
®_ (eGsEGoD) B ARS R 6 HHNLA R |
i =
NM_01432  c.34 — TR 1.0 DA A H BBk ZIE
het 000750 B U SR 2 dMRIRYHES AR 4 A

chr5-
33989503

e, B UM AR S PR A e T U
T 5 B o
. Uncerm | LAR 1 BEIEERBYE I 5 2 KIS RBUE
) n 2. AR Tc &

D.L-2-$ 3R TR RAE
Merosin 8= Pt JE RAENLE TR A R
1A U
BVE TR A BL-HUNLE 4 A
LEAIET Bl4 R 2. SR
SRANZE AR < B8 &
4713, B RIE




, il Ak i
MyGenostics

roward the promise of Genomics

L

MGNC0021543_18C030886_+ %4
T
5 AR T A ST A ol » RFERGEAMRK/ES, WA, BaEESRE, BER—HAERE, o
da W%%%\&m" NGS Tkt il AT E £ MR 5, IR PRSI 7R A6 R A 57, T LASEATEF A 10 aCGHL. SNP array B MLPA 447 .

»awmmmwwaﬁﬁ.gm&mm%&onwmm.ﬂmmmmgm.%M#ﬁgﬁﬁ@amu#mmmﬁ%g,ﬁ&maﬁmm

5 ERXRREAS TR AR ERIBUR 3 5 0

HIRAL BB IR B IR SR RAELE, VOB,
: HERARNERA, TAERARART




0 B JE il
MyGenostics

Toward the promise of Genomics

MGNC0021543_18C030886_ F %]

W1 ZROMERER
. 15 Sanger YIESR A 1E @5 5k

PR, MBS RO R A AR 1 LAV, 01, e 163GoA, KERITT Bty
G-A BULR LIRS CoT,

P T528L65%20




s M |N| m lm =
o ostics
e s e

MGNC0021543 1 8C030886 F 5:6

i Sanger BOUESR I IE Fa e = g s, B
G,i\ kR EANT S €T,

WJM&E«‘{ufﬁé%ﬁﬁﬁmm%ﬁ@&mHiiM—‘r’-FlJ. Wi: c163G>A, TR TN

PAL439V ﬁ

cHr15-50884116_Fag3-E6_F . ati1
A T A c 1 e X A v 7 o

AD1_SORISI1_18C0308E6_TREM7-,
A e da R




4 yGenostics

>, MGNC0021543_18C030886_F %6

romise of
1 the P
o

1 sunger SERAE I SUIR EOIY.. 0 5% 00WLE A 5 et K MR 56 749,

s c163G>A, ¥l Bk
tA o I ANF 51 C>Te
07

COL6A3 chr2-238243515 p.V29951
N]Z_SDE:SB),!HCDSnBBﬁ_(ULEﬂanchr2—235243515_2453—E5,R.ahi
& T ¢ e ¢ o T o a® At e ¢ & 8 6 1 o P 1

18C030886

Eal

29591/400-003-5255




S L ‘“ ‘

~/'/r”:fme promise of Genomics MGNC0021543 18C030886 T34
10!

¢ sger MR ERMF R s, PR IR A 5T B MR TH5), s c163GoA, VR R0
# EE AN 4 C>Ts
Vi ‘ﬁﬁ:&

COL12A1 ¢chr6-75898963 €793C>T p-R265C ‘

FO1._S081531_18C030866_COL 12A1-chr6-75898963_F371-85_F . ab1

o
& & A A& T A T Ot A A A A o € 7 6 T c ¥ o

18C030886
ERE




| ﬂi;giﬁ u“
4 nostics
ﬁ e o oo

g1 F Sanger BGATESR H 1F [y P ok = 1
op IR T,

MGNC0021543 1 8C030886_F 54|

‘ilﬂﬂi#,lk.,g\.;«\( o i
R IR st 4 umu/aﬁ'f-’mﬁmggng&,;ﬂ—t,;mm], e c.16305A, WEHEST inss

N

<hr6-152660485

EO1 -S0B1531_1800308H6_svNE1 —chr6-1526604B85_FZ07-E7_F . ab1

o
TQCAAWTCTCTGAAL,WG

18C030886
ELLY LExR

= .ab.
DOB_S081531_1BCO30BB87_SYNE1-chr6-152660485_F207-E7_F ; 1

0 A AT © T © % A -1

=

A

(o

A

/A




\

v

o HE

ostics
ﬁ sz f.::mmtse of Genomics
Tou

sy 9 Sanger BIER IE 15 W F o g e,
e :
GoA RELRFEFNF S C>T.

B

MGNC0021543_18C030886_F 5324

'“*'—g“ﬁﬁ'*m“ﬂ%ﬁulﬁaammmmq&mmwyu, s eA63G>A, W Bar

PO Te T o e o
SHIOT @ oo g
43 © c e A e 7 A @ co &
S ¥ € 6 ¢ ac A P a o

Es ol

REER
18C030886

MY

€ 0T aer s

== S P e o
BO3 TMI615

Fs v ¢ o
= Lo S R O e
HOER RS e o e A coA T A

1

B0 ooy

—47600890_rsza 2 _R.sbi
HOBEE_NOUF E3—chr 11-4 7660886 4';5 s
e T a a
A e A ~




R A

RRARA

,Mygenostics
ﬂ‘ e i ot e MGNC0021543_18C030886_ 175+
o g7 F Sanger SR 1E 015 ok I i i e 5 81 5 % o 4 R
M ENUITE il ‘ T . Ml IR, ey
e TR A7 0] 6 9 KB IR AL (0 2 60 AN AL e cd63GA, Wl oty
=
PL1420F
i g5 nioss_ascosomee e oy ioneen P s

WAM

2 _reza TiF_owi
A %o

E A @ e T

W\

13/13
s |



