IR

PR %%

BIARRIFSVEr WA (175%¢1)

YB3 43 R T R DR R E (SXTHCG-2024-N0254)

T E 4 #5

aE

T E AR

4
%3

5

3.0

0.0

0.0

5.0

0-5

2.0

0.0

0.0

4.0

0-4

0

2.

0

0.

0

2.

2.0

0-2

MRS & B E 9 AR A

MR8
4 °

%5
s

el

HE %
(ki

—
R

3

0

2.

0

2.

0

1.

5

2.

0-3

T I
o SR
=¥ Sdg
S| g
wGE | i
ot _/ﬂl,‘ p . .7AE
H | akE
wn | Eex
N
EENE
i
o0 | RNE
T
w0 wWIg
i W
w |
Eawn
B rnﬂw 2 o<
# | W
= ST
%W @,ﬁ
w | ST
T R4
¥
|
<o %wﬁ\/‘m
L5 DEw
=y wEE
x|
s | B
e WX
LML =T
zag D5
B4 oL
-
W% | sl
R
= F
E*ﬁn AEM@.L{?
Ty, | W
Sy A<y
o o | i
&< B
BT | e
%
¥R

0.0 0.0

0.0

2.0

0-2

400X B BENE RAF AR TN AR, PR Jr IR LA KT 400

0

1.

0

1.

0

0.

4.0

0-4

7

TR B B AR, A 13K

, BRAIGIB2FuSLC26A4 2k A 4p

i PR A6
b # MIMTHFR. MTRRZEHE (3) WHE

.
AHGA\W@A& ~

0

0.

0

1.

0

0.

8.0

1 & 97 A 0-8

FREBNRE, RTRAKR 0L, e
DUR BN WAL, TREEARE T

Al e R g A . FF#& . DMD. SMA. PKU.

Lot il
3

4
7

j
i
, 1Bag

A | BRI
0
3

9

0

1.

0.0

0.0

3.0

0-3

2.0 0.0 0.0 0.0

0-2

875 Y CNVAR 6 77 4R GEDMDAY S ANA B F 2k / B AL ANAR R AR 4 RAATIE W 520, TREGEW

EWES
HETEL.

1
)
A RN

A

11

4.0 0.0 0.0 0.0

0-4

5
i
115 0 B BB P9 TR R 200

BEEW, 454178 ZHOMDRKClinVar 9 #

§
ar
i

n
HHE
G AR B P AT

i

HAED
B
7 B

U

XN

T ZHOMD & C1i

12

1/10



EIEMANE

7

ENGE

™

0

3.0 0.0 0.0 1.

0-3

Fl AR X3 A T 20X 7] >9

KHE 2 >09%E 15, HAFRE

WE
BT
BEER.

= E>99Y,

¥

17 DX 3%
15
)

5

0

1.

0

1.

0

1.

2.0

0-3

0

6.

0.0

0.0

6.0

0-6

( <
W St
B e
o 5 =%
= Ao
S o
ES N
4 & S
@ e i
] w P R
W= o

ok H o wE
# .o e
W~ e
W ¥ = 7 .5
® 2 =B g
we B R
K& B D
EF o g
H S p R
FoZ e SRE

A
~ R oy Wy
m7 I i M-

w o= ¥ ol
w o S T
e
. B s
S B oM RE
Foow S g
T g Zelgm®
DK B ORED
A,cAE 3 OREE &
SE M ARERE o
R R St
Ww}; + \#wﬁm@%
Mma.ﬂ.,\s,@u DR RIS

4T e
<& T wro T

SRR

15

TARGE A BRI 5 iy 07 AR LR 5

0

0.0 3.0 5.

10. 0

= i
4

B BV WK R R H 7

EI
5}
%
FE #|BACHE 4. QF-PCR. Gap-PCR. MLPA

AL PR T RAR T E ,
1104, D1y, mRAE. S

o1

A HC/Q/RA . CMA, FISH.

WA/ TEFEET2HZAE (255044 ) .
. MS-MLPA. STRE,IE. Sanger. WES. OGM. 32 { 34y T B 314,

#H|BACH£4T. QF-PCR. Gap—-PCR. MLPA. MS-MLPA. STRZ&iF. Sanger. WES. OCM.

=
%
=7
ﬁAﬂ,(
B 2
& X
B L
FTSR”
W R R
HaodSu
S @ T K
L& EX
e
4@
®

0

1.

0

1.

2.0

2.0

0-3

30.5

13.0

8.0

67.0

0-70

&t

TR (&4)

2/10



BORFIST VP (52)

Y5449 S R B AE R 4 B 4 T H (SUHCG-2024-N0254)

IR

T H 4 Fe

PR %%

ArE

SR
WD = e s e |a |= |e |= = - =
EAWWTE./R o ~ ~ ~ N o =) — = — =)
==
e
o
k
XK =) = =) ~ ~ ~N = — — =} IS
ot
"
it
¥
%\ﬂﬁﬁw = = o o o =4 = = f=—4 (=) =)
Ape
1 it
WET = | = (= = = |= = = = =
==
21
= I I L T I T3 : i I
&
umv%%m mm p=4 o -~ Am = |LN/P€A A2 Tm. =3) m‘ 7
=& & + R |%E | Ze T (#ge WS oZ o 5
s | ox B AE (Be d43% e ES ap ko (BEw E
%ﬂmﬁ \@mﬁ HVM MTWT @.Em‘ ﬁn\.ﬁmZ z 6%_ ,m* firnd IAEA a ﬁm
Krv%m Jn“#ﬁ o il mly =\ Azu X 2E|1 \.im =3 Vﬁn‘vﬂ. T\4
i ! = Ko et & o ™ =g =7y =W
B = = o= frng N Y\F@ W/ = _ K% -~ ,LL«N/ N
®X = woomd A Bl K 2o P X ELE ) o
W B E Be ww Y e 5 CE w =fw S
e mE <n %nﬁ ond = S M% vl %mAm\ g
o mib oo% (wl BY O Leg B SEES G2 g
.kam ﬁ\;A \/ﬁ pd AW@%, £H .@a.k.TAj % ﬂ%nﬁ.x/] \%M o s e =
ot ¥ R (WY R EIEE FEEK 28 o sk o
i (®Bec 3 (Em @ %8 . 8w 55 = emp (G
A %&Mﬁ% w o | 'K %\m@ = BT o R K o 3
B TN e (% wS® H | oEmE N B FEL W
BR Wl @ e we mes e BEae ME T 2aE w
% DetE W GEE sEW B pERE o8 & End K
H Tk S e we L ' RKRax BE o e 4
/ \/ﬁ \!% =+ ol .LK my & | = M.MT EB %m/%l B -~
e Llpl\\r/l/ =N Eﬁﬁu R 0\/ﬁ %4 k%f% g \‘W\F HK
g 7 dony mae e | ¥R quAlu_mﬂ.v ® p%@ﬁﬂ% .m/l% & N PN
&Ev%@ ﬁwxx BN T =P ‘EM,K.TW%IV # %_ﬁwm e TMV\JWO ¥
KR Sz o e e gl e BT A e
b.%//v,.H mA]w mﬂ /Lvmﬁ = @,@TA. B E%«WM/VT @ e ﬁﬁlﬂiﬂ e
e WSS wre x| ew | &ET X W PE & |REE (B
MR N < WE L mE Rk 8 QB L R g sy %
R gmdr ~m we x| Ko SOg& Tw ¥g¥- ¥
e | = :mﬂvﬁ W g e :M&.m ~ | o< .. .il%.«« ﬁ\mﬂf\ﬁaﬂfm gl BA’W =
CORED o R HK b #5&k S BRI o RS Bk, L
ﬂ&%ﬁ (\/m#ﬂﬂ _|%\4 Ai mn\wﬁl ~ o v =3 -~ vam ey e R
— L,\Jrﬂ Py \m \km‘ﬁa;u LJ\F igﬁﬂ% %mﬁﬁlﬂm AHTX& A|
HEE RN E . RS BB R g KRR ol &ES g
SEE eSw m& B By wEE O woxl grES  2sg ¢
Sex wZe By B EE 8 mawll Hool o=z
w ¥l wop FE¥e maklw TRy 2
4B oK LR K W e o K EE ke 5 BHge 2 a
v oS e S | BEE Kz ST O MK e == b
NGl ﬁﬂuﬁ ,AUEW,» eEal | g S Mo L»HJCE ,Elfﬁﬁmm =XEH &
R | BT < gk o gl EE g B HRSR SR w
wWomih WESE o EE KRy SHA o0 KFC N Se0s pE &
o 298w 8w g e Pew TF moSe SEHE &¥e 3
B, ) e By E.ﬁu% R BE e ﬁ@ % g sy
Bale | Kbkl RE Wfs | WS4 KR | 0 T 2K ﬁmm\«mi R7E 5
won wEgE mw wmed whT sl N o xcSw =¥y mom E
ESw RETK SO sE  oF gee S5 & 2¢ £FEe a3
RmR | EHTE g wam = L S AR e BEAT R R
Wk e ¥ ower BE Se §F wSer £0mr  mle €
w | EEs| wmOR ou R m wey oem B ERal e lea | wlac S
' gk exln S4 jeia ¥ aam E o viu® glme  2Ede e
W RNE mesd me mdw e we e kBeE | efme mc
3 L < S e | e c i R e SRRSO e R
R I MO DI | Ry e T A B B | ¥ TR Bt | mise
23 mEE | SRR S E | WK EBxXL | HIRUE | H# x| W BN SRSHW | B Bk
®@l R % % x x |z % % % %
ol I3e) < o~ oo o et -
e — ~ [¥e) o = -

4.0 0.0 0.0 0.0

0-4

3/10

LB A B R R R 3200

s
¥
P, SR FHGMDK CLinVar o

A FHRBAMNEARFLT
{%J%_HGMD&ClinVarEF”‘ v

12



EIEMANE

7

ENGE

™

0

3.0 0.0 0.0 1.

0-3

Fl AR X3 A T 20X 7] >9

KB ZE>09%E 15, HARRE

WE
BT
BEER.

= E>99Y,

¥

e
15
)

5

2.0

0

1.

0

1.

2.5

0-3

0

6.

0.0

0.0

6.0

0-6

( <
W St
B e
o 5 =%
= A
S o
ES N
4 & S
@ e i
] w P R
W= T

ok H o wE
# .o e
W~ e
W ¥ = 7.5
® 2 =B g
we B R
K & B D
EF o g
H S p R
g R st

R
~ R g Wy
m7 S i M-

w o= ¥ ol
w o S T
e
. B s
S B oM RE
Foow S oy
T g Lelgm®
DK B RED
A,cAE 3 OREE &
SE B ARERE o
R IR St
Ww}; + \#wﬁm@%
Mma.ﬂ.,\s,@u DR RIS

4T e
<& N o T

SRR

15

TARGE A BRI 5 iy 07 AR LR 4

0

0.0 3.0 5.

10. 0

= i
4

B BV WK R R H 7

EI
5}
%
S #|BACHE 4. QF-PCR. Gap-PCR. MLPA

AE L PR T RAR T E ,
1104, D11y, mRAE. S

o1

A HC/Q/RAE . CMA, FISH.

WA/ TEFEET2HZAE (255044 ) .
. MS-MLPA. STRE,IE. Sanger. WES. OGM. 3&{# 34yt ™ B 34,

#H|BACH£4T. QF-PCR. Gap—-PCR. MLPA. MS-MLPA. STRZ&iF. Sanger. WES. OCM.

=
%
=7
ﬁAﬂ,(
B 2
& X
B
FTSER”
W R R
HaodSe
S @ T K
L@ EX
ol
ps
i

2.5

2.0

2.0

2.8

0-3

33.0

14.

9.0

67.8

0-70

&t

TR (&4)

4/10



BRFIST VP (15¢3)

Y3449 S AR B A AE R 4 P 4 T H (SUUHCG-2024-N0254)

IR

T H 4 Fe

PR %%

AE

SR
F@WTE./R o ~ ~ — ~ o =) — = — =
==
e
i
k
oK = = = — ~ ~ = — — = =
ot
"
it
¥
%\H‘me IS o ~ — ~ o o o = = =
Ape
1 et
WEE = |2 = (= |= |= |=|= = = =
==
21
= I I L T I T3 : i I
&
e mw o g - == = T =5 K g .
w0 FT f MD B 3Z.3 =R OEL e BFLOE
+ﬂ\/ﬁ \/ﬁ = ﬁﬂ - .ﬂui.“ \nﬁh_.._d? LJ ﬁm.:.WAl .f%.rll MTT a%v.mm\nn/ u.um
s | ox B AE (Be d43%F e ES ap ko (BEw E
%ﬂmﬁ \@mﬁ HVM MTWT @.Em‘ ﬁn\.ﬁmZ z 6%_ ,m* firnd IAEA a ﬁm
KFV%M Jn“#ﬁ o il mly =\ Azu X 2E|1 \.im =3 Vﬁn‘vﬂ. T\4
i ! = X s R ™ =g =7 =W
B = = o= frng N Y\F@ W/ = _ K% -~ ,LL«N/ N
ol = woomd A Bl K 2oE P X ELE ) o
W B E Be ww Y e 5B w =fe S
e I <n %nﬁ ond = e M% vl %mAm\ g
Zx wlh oole Wl EE O Ceg B OSEES Bz g
.kam ﬁ\;A \/ﬁ pd AW@%, £H .@a.k.TAj % ﬂ%nﬁ.x/] \%M o sl =
ol ¥ R (WY R EIEE FEEK 28 o sk o
i (®Bec 3 (Em @ 2%s . ZEme 55 = emp (G
A %&Mﬁ% w o | 'K %\m@ = BT o R K o 3
B RN e L E M-S S -
R Wlwr @ e we mem e BEae ME T (2aE w
% DeCE W Gl sEd B pERE o8 & End K
H Tk L S e se L ® KEaw 3% o e e
/ \/ﬁ \!% = ol .LK my & | = M.MT EB %m/%l B -~
= Llpl\\r/l/ AN Eﬁﬁu R 0\/ﬁ %4 k%f% g \‘W\F *
g 7 dony mae e | ¥R quAlumw.v ® ﬁ;@m:ﬂ% .m/l% & BN PN
&Ev%@ ﬁwxx BN T =P ‘EM,K.TW%IV # %_ﬁwm e TMV\JWO ¥
KRR Sz o Kl e gl e BT A e
b.%//v,.H mA]w mﬂ /Lvmﬁ = @,@TA. B E%«WM/VT @ e ﬁﬁlﬂiﬂ e
S| WSS i e e BT x Wi | 2E & BEE |3
MR N < WE L mE Rk 8 QR L R g sy B
o Eudr o e wen | Keg S0nd Fw T og¥- ¥
e | = :mﬂvﬁ W g e :M&.m ~ | o< .. .il%.«« ﬁ\mﬂf\ﬁaﬂfm gl BA’W )
CORED o R HK  #he  #5&k S BRI o RS Bk, L
ﬂ&%ﬁ RIS TR | < .mn\wml < o L, vam R =
— L,\Jrﬂ oy \m \km‘ﬁa;u LJ\F igﬁﬂ% %mﬁﬁlﬂm AHTX& A|
HEE RN E RS RE R g KRR ol &ES g
SRE ESte =& B =x |#EE TV eLxl LrER ks T
Sw| wfe | wg | wr | w8 mEw Hoel o= F
w ¥l wop FE¥e mahlw TRy 2
4B oK R -a W e o K EE ke 5 BHge 2 a
v oS e S | BRIz SST O ke == b
NGl ﬁﬂuﬁ ,AUEW,» el | R TS e L»HJCE ,Elfﬁﬁmm =XEH =
R | BT < gk o gl EE g B HRSR SR w
wWomih WESE o EE KR D84 o8 KFO N Sehs pE g
e 298w o8 p g e Pew TE moSe SEHE &¥e 3
B, R e By E.ﬁu% R BE e ﬁ@ % Eg sy
Bale | Kbkl RS Wfs | WS KR | 7 T 2K ﬁm_m\mi RE 5
o wEgH mw wd wat s M xcSw 2ESs agw £
ESH RETK SO sas  oF gee S5 & 2¢ £FEe o 3
EnE 2 te Se wew =5 C g S wdhy qwe ofe
Wk mwlE & omed mES efe 5 eSey #fes mfs ok
w [ EEe| wOR ou R m wey oe B ERal e lea | wlac S
T gk wE e S e e anE E e whe® elae | ZEsie e
W RNE med me mdw e ek o mme g kBeE | efme mc
=3 LI < S e | e o i R e SRRSO e B
S I MO DI | Ry e T A B B | ¥ TR Bt | mise
23 m(E | SRR SH | HE | WK ExXL | HIRUE | W x| W BN SRSHW | B Bk
& %% 2 x |(x x|z |z % % %
Ll I3e) < o~ oo o et -
e — ~ v o = -

4.0 0.0 0.0 0.0

0-4

5/10

LB A B R R R 320

s
¥
P, AT FHOMDK CLinVar o

A FHRBAMNEARFLT
{%J%_HGMD&ClinVarEF”‘ v

12



EIEMANE

7

ENGE

™

0

3.0 0.0 0.0 1.

0-3

Fl AR X3 A T 20X 7] >9

KHE ZE>09%E 15, HARRKE

WE
BT
BEER.

= E>99Y,

¥

17 DX 338
15
)

5

2.0

2.0

2.0

3.0

0-3

0

6.

0.0

0.0

6.0

0-6

( <
W St
B e
o 5 =%
= Ao
S o
ES N
4 & S
@ e i
] w P R
W= T

ok H o wE
# .o e
W~
W ¥ = 7 .5
® 2 =B g
we B R
K & B D
EF o g
H S p R
g st

A
~ R g Wy
m7 I i M-

w o= ¥ ol
w o S T
e
. B erE
S B MR
Foow Sy
T g ZJelgm®
DK B RED
A,cAE O OREE &
SE M ARERE o
R IR St
Ww}; + \#wﬁm@%
Mma.ﬂ.,\s,@u DR RIS

4T e
<& T wro AT

SRR

15

TARGE I A BRI 5 iy 07 AR LR 5

0

0.0 3.0 5.

10. 0

= i
4

B BV WK R R H 7

EI
5}
%
FE #|BACHE 4. QF-PCR. Gap-PCR. MLPA

AL PR T RAR T E
1104, D1y, mREAE. T

o1

A HC/Q/RA . CMA, FISH.

WA/ TEFLET2HZAE (255044 ) .
. MS-MLPA. STRE,IE. Sanger. WES. OGM. 3234y ™ B 34,

#H|BACH£4T. QF-PCR. Gap-PCR. MLPA. MS-MLPA. STRZ&iF. Sanger. WES. OCM.

=
%
=
ﬁAﬂ,(
B 2
& X
B 2
FTSR”
W R R
oS
S @ T K
L& EX
ol
4
®

0

1.

1.5

1.5

2.0

0-3

30.5

14.5

9.5

67.0

0-70

&t

TR (&4)

6/10



BRRIST P (754)

Y3449 Y R B AE R 4 P 4 T H (SUUHCG-2024-N0254)

IR

T H 4 e

PR %%

e

1%
wAT oo = |~ |= |= |= |= = - =
EAWWTE./R o ~ ~ ~ o o =) — = — =)
&
R
Abe e = = = =
Sa&ew (=K ex 3 |z 2 sx|2 ° ¥ | oW
e TR g s CE - S
e R R R i
e | &' g = | x % %= %= %
i B | = R . ® | ® = = = ®
ol it S e B B oI e I e I =¥ oW
= | 2| = RoOR R R R b
i
¥
WEE = |2 e e = = =
BE
o2
2 L 2 T T I I T 1 i i I
&
umv%%m ﬂm p=4 o - =7 (=1 |LN/P\ A2 Tm. \=3} m‘
= B W7 EH, ZI=.Z g =& s =
2e i 2 R Be A3V 2 BS ap = (BEwm 3
B Ew 'Ky e | WKL SR oo | RKT |
=R - frrng 4o mly Aﬁ/ - ~ — e = \4_,4. z
e = = K& = e A Y CmTAé S5 ‘Nﬁﬁv% -
¥ ®E R By | x 1288w Zop EE o gRe |
e RS E e g (2% e RO LE x =% (%
A% BE e 'y a2 Bmie 25 K =0 ®
wE B L% %2 w48 ® Smww OF o=
ek B g BOE, R Sl y Bzex 2% 4 B 2
o ®Eoc ¥ Em e ¥ L $Emw 3L < |emg &
*T | Zew W |ES #chw e I R Rt
g8 SRy P 0o w8 e ofme ¥ R m4E R
g% | MRekld  Be ke meps  EEge 2T (28T w
g BECre g e lex wee w DEma| E & wmpE (=
He | FExm & 54 me wn ® KRaw IR o oY @
K bl\\rmﬁxfn = Eﬁﬁu R L& # |k%\rﬁwﬂ W ~ \‘W\ﬁ»‘ *
g Moy me Mo wn w3 & FEaC T o (dwl e
&Ev%@ ﬁwxx BN TE = ‘EM,K.TW%IV # : %_ﬁwm e TMV\JWO ¥
Bx  EE- xw a @E (&TE ik e T A gBe w
Wk . SFou mx dr wE gy% s Mee &0 ale W
s WSS i e, e &EDx Mg Beoo ade | S
WEE BN GE G ®E kpe ®  ZAF . Sm oz wiE §
k| Emcye -~ e e | Kelwe SO Fa ¥ g% F
m e e | X :mﬂvﬁ RS S P :M&.m -~ .. .il%.«« ﬁ\mﬂf\ﬁaﬂfm Eal BA’W =
oEw EupH R Bk me e8¢ S HEID ®gSE ped B
TR xR EL R - IR e i b
mE wgoh . Ed sr mpr DS aEel Beel sei O
SR EShe & B B wEE T el Tl xmh |1
S epCe g T | me | aTE KO 2Rl HeoB el E
4B T SR EWW LR K ,ﬁ;?m‘ml K %wl,lim@ %@xﬁm\ﬁn Bge e =
| TS o ger| m | L BE BRI E3 = =g =
2w | FET < i o gl | EE G R RRSR 0"
Boi | WRSE | - o Epw =S fnk | oE w=RG gHes TS g
o4 %8 oS B n eed bew TE woSe SEEE &8« 3
I o | B Eel N T eE e R pe | D
RaE HEcl BE eiw | wml ces B pEdg ¥ o0 (k95 F
To | WEgE mu| ks | wet mam PN xeBw 28%%e ey E
S SR~ ik @R gRE SR a2l £Fwa (kS |5
mnk w2Fe Te wew £ F g BN 9gdy Cowe pie 2
w ok mwE | W el | ERl| e BE wter ghEr 2l . K.
1 BIRE WG R Qi IR ', @R 2T EEA G e tes | HEREK | 82K
' EhE e S e e AR E e wew® ESee | =S |
W RRE | mEoE me | e ek RS s o REEE | ASeN e
RS TR DN e g R R e VA e N
& dm el T e s | wCf Ban B BOEE | B Tk wYwg |
B mpi | RS R WG ExXL | #eE | #ix W 8% SRiSHe | SRRk Bk
I kx| % |x % % %
R R R ® ® (® (R R = % & &
ni> - o —
\wﬁv — o < w o o~ (oo} o — —

0.0 0.0

ToAl X AR

0.0
oA & A

4.0

0-4

7/10

B A B 0K R R 13200

s
¥
P, AT FHOMDK CLinVar o

A FHRBAMNEARFLT
{%J%_HGMD&ClinVarEF”‘ v

12



EIEMANE

7

ENGE

0

0.0 1.
Tl %k A4

3.0 0.0
T & A

0-3

Fl AR X3 A T 20X 7] >9

KB Z 0% 515, HAFRE

WE
BT
BEER.

= E>99Y,

¥

17 DX 338
15
)

5

2.1

2.0

2.0

2.5

0-3

0

0.0 0.0 6.
oA A

6.0

0-6

ROaeIREE. HER

&), AHITAERR XK.
AL A Rk s TR AR L R, (4HBAL/HBA2. DMDAE ) | 369] & & Sk 4B 45 Fote 2 b 45

F

R

£

15

TARGE I A BRI 5 iy 07 AR LR 5

4,

— N LA

0

0.0 3.0 s.
FAE R A

10. 0

= i
4

B BV WK R R H 7

FE #|BACHE 4. QF-PCR. Gap-PCR. MLPA

FHit105,

35 5 M AT 5 BN E

B A/TE FaEE R FLA (> 5505 )

#H|BACH£4T. QF-PCR. Gap-PCR. MLPA. MS-MLPA. STRZ&iF. Sanger. WES. OCM.

ES

1)
H

A

16

x

D1mAn1, EALL.

A HC/Q/RA . CMA, FISH.

FERS.
BEFHAHLE (>5504F) |

FATIRS

. MS-MLPA. STRE,IE. Sanger. WES. OGM. 32 {# 34y B 114,

RETEL.

1

2.

1.8

1.8

2.5

0-3

33.3

15.6

10. 6

68.0

0-70

&t

TR (&4)

8/10



BIRFIST VP (15K5)

Y3449 S AR B A AE R 4 P 4 T H (SUUHCG-2024-N0254)

IR

T H 4 Fe

PR %%

AE

SR
F@WTE./R o ~ ~ ~ ~ o IS — = — =)
ES
e
i
k
XK =) = =) ~ ~ ~N = — — = =
ot
=
it
¥
%xﬂ%ﬁw = = o o o = = = (=] (=) =)
Ape
1 et
v@%ﬂm o o o o o = = = o = =
==
21
= I I O B : i z
&
ke mw o g - == = T =5 K g .
w0 FT f MT B 3Z.3 =R OEL e BFLE
+ﬂ\/ﬁ \/ﬁ = ﬁﬂ - .ﬂui.“ \nﬁh_.._d? LJ ﬁm.:.WAl .f%.rll MTT a%v.mm\nn/ u.um
s | ox B AE (Be 3% e BS ap ko (BEw E
%ﬂmﬁ \@mﬁ HVM MTWT @.Em‘ ﬁn\.ﬁmZ z 6%_ ,El o IAEA V4 ﬁm
Krv%m Jn“#ﬁ o il mly SV =\ Azu X 2E|1 \.im =3 Vﬁn‘vﬂ. 4_,\4
o \ = xT.AD 1= o o A (] Ara o = = Cux
B = = o= frng N /\F@ m/ = _ K% =~ ,LL«M/ \
® iy = a% H ey K RL® P E E e | o
W B E Be ww Y e 5 JE w =fe S
e I <n %nﬁ ond = S M% vl %mAm\ g
Zx (wlh oole Wl EE O oeg B OSEES Bz g
.kam ﬁ\;A \/ﬁ pd AW@%, £H .@a.k.TAj % ﬂ%nﬁ.x/] \%M o sl =
wi B e B Be R wbw ok Fzee £F 4 sE¢
i (®Bec 3 (Em @ 2%s . 8w 58 = emp (G
A %&Mﬁ% w o | 'K %\m@ = BT o R K o 3
B TN e (%< wi® H | oERE N RO FEL W
BR  Wlwr @ T we mem e BEae ME T (2aE w
% DeCE W Gl sEd B pERE o8 & End E
i e SRE kL G e (8l LR e == A S <
/ \/ﬁ \!% =+ ol .LK my & | = M.MT EB %m/%l i -~
= Llpl\\r/l/ AN Eﬁﬁu R 0\/ﬁ %4 k%f% g \‘W\F *
g 7 donl mae e | ¥R quAlu_mﬂ.v ® %ﬁ@mﬂ% .m/l% & LENC PR
e ﬁwxx B = == ‘EM,K.TW%IV # %_ﬁwm e TMV\JWO ¥
KR SOz o Kl e gl BT A e
b.%//v,.H mA]w mﬂ /Lvmﬁ = @,@TA. B E%«WM/VT @ v ﬁﬁlﬂiﬂ e
S| WSS i e e BT x Wi | 2E & BEE |3
MR Y < GE L mE Rk 8 QB L R g sy B
o Eudr o e wen | Ke g S0nd Fw ¥og¥- ¥
e | = :mﬂvﬁ WK g W :M&.m P .. .il%.«« ﬁ\mﬂf\ﬁaﬂfm @ BA’W =
CORED o R HK  #he  #5&k S BRI o RS Bk, L
=N (\/m#ﬂnr TR mn\wml ~+ o /! =t -~ ET\EWJ SN R g R
T X TR EX < RS ‘kmaﬁ T x%%ﬁﬂﬁ@ wmmmﬁn% eﬂvo\/ﬁ &
HEE RN E L RS BB R g KRR ol &ET g
SEE ESte =& B =w |#EE IV eLxl prER ks T
Sw| wfe | wg | wr | w8 mEw Hoel o= E
& ¥ wop FE¥e mahlw TRy 2
4B oK R a W e o K EE ke 5 BHge 2 a
v oS e S | BEE Kz ST O MK e == b
K- ﬁﬂuﬁ ,AUEW,» e | RN e L»HJCE ,E.iyﬁmm =& & -
ww | BT gk wE e gl EE e l® o HRoR I ET w
wWomih WESE o EE KRy DHA o8 KFC N Se0s pE g
o 298w o8 p g e Pew TF moSe SEHE &¥e 3
B R L el B bl | LT S e BN e
Bale ) Kbkl RE Wfs | WS4 KR | 7 T 2K ﬁmm\mi RE 5
LR Mg mak | o s ol g ZEEW Bpo® &R ©
RS BE K D ) @ R g, @ S @V ok, 5
RmR | EHTE ) g = L 2 AR e BEAT R R &
Wk mwlE & omed mEs efe 5 eSey #fes mfs ok
B BRI +.+EET4.W S AR LA ,_mﬁm% R 20 FES @ o o %W%/Aﬂ ER
= BEE ERM S e KT QAR B O AT RS ayae N e
m RME | (o m | mE | WEC | ESHE W S Bk O KRR %MMM@%\ O
=3 LI < S e | e o i R e SRRSO e B
S I MO DI | Ry e T A B B | ¥ TR BRIt | e
2 (R | YRS | HeRG EBxXL O HRIE Hix B IERSHE B Bk
& %%  x |(x x|k |z % % %
Ll I3e) < o~ oo o et -
e — ~ v o = -

4.0 0.0 0.0 0.0

0-4

9/10

B A B 0K R R 13200

s
¥
P, AT FHOMDK CLinVar o

A FHRBAMNEARFLT
{%J%_HGMD&ClinVarEF”‘ v

12



EIEMANE

7

ENGE

™

0

3.0 0.0 0.0 1.

0-3

Fl AR X3 A T 20X 7] >9

KB ZE>09%E 15, HAFRKE

WE
B 1T
BEER.

= JE>99Y,

¥

17 DX 338
15
)

5

0

1.

0

1.

0

1.

2.0

0-3

0

6.

0.0

0.0

6.0

0-6

( <
I St
B e
o 5 =%
= Ao
S o
ES N
4@ & S
@ e i
] w P R
W= o

ok H o wE
® .o e
W~
W ¥ = 7 .5
® 2 =B g
W B R
K & B
EF o g
H S p R
g st

A
~ R o Wy
m7 I i M-

w o= ¥ oAl
w o S T
e
. B s
S B oM RE
Foow S
T g ZJelgml
DK B ORED
A,cAE 3 OREE &
SE B ARERE o
R L St
Ww}; + \ﬁﬁﬁﬁ
M@a.m\»,b;% DR RIS

4T e
<& T wro AT

SRR

15

TARGE A BRI 5 iy 07 G LR 4

0

0.0 3.0 5.

10. 0

= i
4

B BV WK R R H 7

EI
5}
%
FE #|BACHE 4. QF-PCR. Gap-PCR. MLPA

AL PR T RAR T E ,
1104, D1y, mREAE. T

o1

A HC/Q/RM . CMA, FISH.

WNEA/TEFLEB2HZAE (2550%4) .
. MS-MLPA. STRE,IE. Sanger. WES. OGM. 3234y ™ B 34,

#|BACH£4T. QF-PCR. Gap—-PCR. MLPA. MS-MLPA. STRZ&iF. Sanger. WES. OCM.

=
%
=
ﬁAﬂ,(
B 2
& X
B 2
FTSR”
W R R
HaodhSe
S @ T K
L& EX
et
ps
i

0

2.

2.0

2.0

2.0

0-3

31,

14.

9.0

67.0

0-70

it

TR (&4)

10/10



