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oo (DS 5l () sl KU it lasie ) Bl AL o ypa g sid) e gusgas S
£135) o g gn g S Jap i oy 2Ll e sall dsae o psmses KU GBlat 5 ¢agugas S
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dyshall & hally ¢(p) Bpuaill g hall cbag fiindl (e 220 o Dlosugag S (ST L s ikl
Oe Jelainy) lgegyds TN Al b g () Dlesugeg S Lihd (arn aadl (Says Q)
gl ¢ 11 asusas St Jmy 11023 &)l (63 asmgas KU o SDHD cpal) adise () « yaag il
Lty plly (g5ill Gmeall (e alaie JS ilesuga g SI Jiad .23 Layydilly ¢ dlyshall

Ligalll polan ¥/

b Jasii Casile e alsl o) (gila IS o ol (e b (e Baals dadad sa (DNA) (555l meal
Gliwgdll gl LA e (so5il) meall o diall aniyle sS o L Sl ldugdll (e S
Sysiendls (T) Gaall) (A) ) (G) Cilsa 1321wl e Baals Sl € e 3l L S,
Glag sl ol (e Julidiy dae . lag sl gally Cilansdlly Sudly 3ac 8 3ass andis (64 JSAY) (C)
o Aiaa) (mleal) e e Sped Gl aaa e UL A Galea) Judus aass
e (aleal) .65 IS 8 duueY) aleadl dbbal) Al jsears (gpdll (555l Gaeal
o Aaphay DNA 3 Galeal) a5 oy (7 Jsaall)asly Con o ZD0 Gigae & jlaidl a

ne

Ca sl 3 RAN s Le 13 s AuineY) (alaaY) e aals aeg Coladi pilS guill DG

0 NH,
SO NES
H,N SN s SN 5

Guanin Adenin
Iy e
NH, 0 0
)N\/‘j ﬁ N H)\ |

) N o N o N

H H H
Cytosin Thymin Uracil
wit ) Sigea] »J“‘“‘-" _‘A—-—-' PR

Oo el i) 2y (T) ceetilly ¢ (G) galss « (C) gwsisdls () oY) :DNA 1 Lunl) 16408
CRNA )l o0l (aeall i (U) syl

115



(|3H3
D S
(ijl—b CH; H3C‘_(i-:—H H_(l:_H
HC—C—H HyC—C—H H—C—H H—(|:—H
HoN— C—CCQOH HN—C—COOH HN—C—COOH H;N—C—COOH
| I I I
H H H H
Valin lsoleucin Leucin Methionin
(Val, V) (lle;l) (Leu;L) (Met, M)
. 'I.é z 1 T é T Gyiien e TI
O i 3 9o b g O s
H
| H H
H—(lj—H }-|1 H—(i“,—H H HH
HN—C—COOH HN—C—COOH HN-—C—COOH H—p 4—COOH
I I J' H | H
H H H
Phenylalanin Glycin Alanin Prolin
(Phe ,F) (Gly;G) (Ala;A) (Pro:P)
G il WYL oY Ol s ol
S @ "
H—(I:—H — c—H H_?—H
! J, b
Tryptophan Tyrosin Cystein
(Trp, W) (Tyr.Y) (Cys.C)
Ol g il e ys il Crffaal

(A dadiall 3 i) L Aawlu) 4] (bl Sl S ) 165 A
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l
r T & H— g
H_(|:_H H—(_I‘,—OH H—?—H H_T_H
HaN— C—C O0H HzN—Cl—COOH HzN—Cli—COOH HQN_(I;_COQH
|
H H H H
Serin Threonin Asparagin Glutamin
(Ser;S) Clehir T (Asn;N) (Gln;Q)
e Qs WENBIE ol sla
NH2 NH3
I
C ===NH
b [y ;
| Cr a
CH | N
N i
I {00
C|H2 H;N'_ ‘—COC'H HN_C[ o _H
HJN—’CI:—CCOH l-|~l L8 H
H Arginin Histidin
(Arg:R) (Lys:K) (His:H)

Al A (bl SLeS Sl 1 (Alest) 65 Jsal
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GaneY) (alaal) chlaia) 17 Jgaadl

aa¥) paaal) diga 3 - e g dia = eyl
o Alanine Ala A
O] Arginine Arg R
iy (aea Aspartic acid Asp D
Ceah ) Asparagine Asn N
Cobanad) Cysteine Cys C
Ol gl ) Glutamine Glu E
laliglall jaas Glutamic acid Gin Q
Cpala Glycine Gly G
O o g Isoleucine lle I
JTRTLIVTY Histidine His H
Coa g Leucine Leu L
CotY Lysine Lys K
O gtiaall Methionine Met M
ceyT Jasall Phenylalanine Phe F
clg ol Proline Pro P
G Serine Ser S
CRig g Threonine Thr T
OB gl Tryptophan Trp w
BT Tyrosine Tyr Y
calla Valine Val V
Lyl sty

gdally Laglonl) Ragally 5,8€0 AL, Kl Andid) @ bl QLY &) 5

s e e Gl S Sy Laph e @l G o AEL sl 3 )

el ¢ lia DNA 1) seld Judus ddaudss &8sl 888 Capad oy 5ysall cipll Zully

LndY) (aleal) e aals JS0 (s’ Ll ety GGG 4 (TCC ¢« ATC JUall s e




caeld AN s3gl dilide Clesens 64 Ll K G 3¢ C o T ¢ A :iaul) aclidll L(AA)
Al ggint L el (mes 20 o SSY L8 AN e aal) llia SllA LG A L ele
(omsiuall) Al palaa¥) e & Aol L lisisll Bley Ay e lagles o Liad 44l
¢ TAA ¢ TGA :culisn &Il Caly any Loy iliga oSl Algd Saa 3 AATG A Zsa il cilalarill
oan aap Say AL 19 1) 30 GaleaD dalial) 4806 216l (e 60 lla el TAG
shidie AgndY) Galeal) (msy of digs e 3lhays JAdhSe Q315 4D 8 (e d) Galeal)

- (66 J<all) "ad sl 3 il Llasil' 4 sae 5 2D danls

aglal 43 p (1 ,35) Aoyl 4dass p i gill ALsi@
(C) dsul sz ¢ (G) Gl s ¢ (T) Lol ¢(C) oy sl ¢ (A) Gl

seli (S Aisld) Ghlid) ) RNA all (gssill (meall Lol o6 3l (unl) czas L4800 5820 16684
Sadll) &) Galeadl Jue¥) paelall g CAC 51 Jhad) Jas o+ Gialed) I 5Sall (pa ailss 2530
Sas sey B s Lpm )il 8500 AdY) (mlaal) e cud ag L(H raals Camy el ¢ His ool 200
STH DU e i of o« DNA Y 3 (T) caalill o Yoy RNA U dsage (U) Jaslysall sl
aled Ay ially LS QS 1o Jiase L agina) Galaal) ahlain (7) Jsall ) gsapll Lad o dabidl
gsal) (Ll e 03L) (1970 (i) ysass [ moadala [ by ) Olawsa o Uiy 05 Ghoed o) <Al

(il galye e g ALY oy JalK

119



Cligess¥) ¢ ( RNA) sl 95l yaand| ¢ (DNA) Cuass¥) gasiis il cqsill rend|
(Promoters) g4 ally « (Introns) <lig,iiy/ « ( Exons)

Gligal 3030 5155 8 2smsall DNA 1 58 DNA el (i€ pagiie o) gosill aeal
Lol o) eliaul) aall LIS Gl 135 . LpaisSsinall B8 aalii Biua il S (gqil
byl g5l pameall L Jiall (ool Gameadl e giad Gl sln L) o(panll Sl
el Glie aladiul Al GhLEAY) eha) oSa Jally o Jual) HLaad

Jal Gas (AN Jabs (Y1 JSLed) 81l (e Ledis iy opig ) aanil dysllaal) il slaal
&V (DNA) iad)l 5V (asiie apll @osill (el daag ahy alsill o clesheall Jis
"snsy’ 2 bl cand G 315l e o sbeall Ji5 L ALlSie A5k (RNA) o))l goill aeall
Slanll 8 Cligll psendl o)l gosil) (mesd) ahadiu) 2y (MRNA) o))l gosil) (aeal)
(T) opalil e Yo (U) dasshysdl e (RNA) apll 55l (mesl) sging 5455080

GleUadl) 038 andy  Ame S8 Gl 2o DNA D e 508 cilelal 3ae (0 cilial) 585
dale Al g i) sae by cilignS) sae e lial) alaea (6S0 L calig i1 Gl Sy g pall
el 535S pa Ll Tagy Y1 (pousSYls - cpad) iy Jini e Agpaall (& zooall - leadsi oy
gsni (TAG 4« TAA ¢ TGA) safll Caly o gt sale a1 (sulYls o (Onisiie = ATG)
Wy pme e oed DUyl Al Ll L aeall (g ) aeatd Lgllaall cilasbeall o dah il suSY)
oasiie o)l ool (meall "Aeas’ s (MRNA) o)l g9l (anal)l "Jsa)’s - a2 )
Lo 13y clisnlYl asen o losleall pan oy wopmae cpn JS) GUsuSY) psand (DNA) sy
e ) (e 03 Bualll wilge alltig g ) S Aty Al A Beall) pige ay gl ddes ey
&S Ay & (CO) pilsadly oysiand) o(Dlansdlly Sull (I 8LV aeldll e 2) clag gl sl

U Al deni epall 62 OIS 13 0l OS Bl B (AG) calsadly ol ecis
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&b s 4li ((DNA) 5assY) (asiie )l gosil) (anall 8 (MRNA) )l g5l (aeal
Sy Gagiia cu)ll gosil) (maall Liad ans Lo sa daih Claglaall Jae e DNA ) ¢)gia
(CDNA) I ciliall apes & il K4y .(Complementary DNA, cDNA) il i (Sl

o) ASud e Ja dalall Glilal) ac )@ 8 Mca jaall

iligd 35 [CDNA] Jilo e il (DNA) oz 0530 laandf cldis)]

pxiny Al "duludll' 2ol aiall paailly alill Jilad cess "duled " 2ol i e
Subedll Liagl cannyy ¢ ("OUEAYY 5 any W) dulidl) 8 sl § ekl Judial) aaail)
el aladiud 4y L Leaage COEAY) 13 05Ss of Gaag CDUAY) aaad 5 13) Ll gl xpalal
c22ll5 [CDNA] I (Y 'C" aall sl e (g5ia3 laaniill L(CDNA) e cadld 3 ) (1

VHL c. 505 T>C :JEd) Jun Jo 285380 saclilly ool '<" 3alls cdondall sac lall,
& sl ae [CDNA] (10 505 aige & "Caalll 32cld Jlaiiud 2 VHL a8 o =
2+ ¢ 1+ 5 ooV (e sacld Jof 5 HAT e 2l plasind 2y cualll adse e CDliay) ik dlla
o s VHL ¢. 676+2 T>G G :laaf Jidl Juw e . Jsll e o] = andigs ¢ 2-

V"ol e [CDNA] (10 676 st sk sac ) aal any adgall 2 32l VHL g 4

ety liga Sl adi L lisn &l Lnaals Leadsal Lehlad 2w Al ae gl 3 col i) aaad sy
Oo Jbaitl gl sasly Al Leb 85l Pt e gt bl [CDNA] 8 dindY) (alaal]
Jume o 520a ) Lna¥) (mlea¥ly Aasal) palea¥l e 2205 ¢ ands Jisel (meal Copal 200
aasall 8" NP ) Gmeald) g 2y VHL 8 ol o) e VHL p. ATO3L Jba)

Opat b 3aalysaclE i ) Lad el i L VHL p. Alal03Leu s "Gy sl &= 103
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¢ G A Ofieaadl (0) TGC>TCC & yuail) ‘5_:.“\ EEVENN QP EONr I PRSP
(P-Cys55XeX o g = il ) ciiwdl) TGC>TGA:(j50& iy .2 .(p.Cys55Ser

.(P-Cys55Cys ¢d Cyiwnnadl I Gl (40) TGC>TGT 1 Jisel (aan i 61 .3

JISEY) ariy cjdbalf
G oanill Caagl mllaiad) sty il s 8 A8l 3 geay 58k allaas pladil S Al
W bl JSEY) aaais clglall S "COURY) allias 5 cgmydl ) gan N ol
Jaiel e cilghbll g 8 oaiey € @bl cada o) L(GaleY) 4 i Y 3 DNA
@i sale) § Cdauly hlie o cadall o Cddass 3jak’ o Lead e Loosag cbaals 3acld

R RYPIA|

bl ullil) 4 iad A DNA J) 4 (GIDUSY)) <fypiil
52 IS0 o (@bl LS a 13ag) bl Ase lgalina (B Lixs 3l DNA D) ey
SV (o 455K Bl adall (sS5 zhaY) of sSY) Cada JA1s a8 Byt Adana o g
) Gl dad) ciliall G 8 sale) 068 Layyy ST ) ALl

0538 ) 5 Al paleal) chss Y a5 o W) ) Adiil @il o bl alae
» (missense DNA) Lzl DNA 1 Joad) sie bl oliy ale 3l ellia (ul cai il
s ae i I (insilico) Sl Jilaill 3 e b st by e 220 @llia L aliedl Al
Aoy Laint A il JAls (gasil) Gmeall Judud dllia @l Y AU Lleare e el
Jubss e iy (missense DNA) Lbidl DNA 1) Juy oIS 1)) Ldakad) ¢ 1Y) o 58

sl DNA (and o . (mhdld dse (36S5 o laa Jainal) ed Al Laginall (555l (aenl
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O il e clghll odlh L o il lall 8 aelid cpeall DNA DN aie e padlll
ot abdhll " ocle W@y e Gldhlly "e ghiall @bl aleUady) ) g Al )l

. u:\-‘; ! -
degbid cfdbl

oadall o SO ity cseY) Gameall sacld o i ekl sda sl (il ik L]
TGA i ((Lua) TAG ((saall) TAA il Ll 2D (e asly Sl (s L)
o ol gl 2y Alall oda 8 (CysI3X Jhal daw e X' U a5y .(JUsl)
12 2a Ay alaall

alel gl sV axy o) il aaly Calge B L) Basly (5550 yaiat al bale 1 (Bual aise il .2
a8 (SN (eS8 s S ¢ X €.553+2T>G clial) 106 Juas o ¢ Jiall (susY)
-0 )

&1l 10 8 7 (5 ) claisdSaull e ol 5l canly Cada f ol 1 HURY) Jad ciida L3
Chasd (A 05 5 3l A A 1) o) ool eail ) s g5 (lasislS el (4
.G-TAA-CCC-GTG-GCC-TAT-ATG .| AAG-CCT-TGC-CCG-TTG-ATG
Ol ssiae o Byl et Sy Al 00 s gl TAA ) Gl 6 (a8l il
GiY) (el Vs 2 amsall 8 "Gaesd ) (maall Cua :plleu2Tyrfs6X
oany (X)) Q) o s 4 ol (8 ahedlly (FS) DY) Jead P e "Gaya)d
3 A Y] Geall) aBoe’ juan ) oSl gsasS Gl Y g Y Gl ) 2 hay) cililee

C il Gfigp 0S8 ) Ll
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agiball oSV ASh 2% Ly Lol 4 sl ) Lad o eSl) sl salels Caaal) .4
Sl ‘PCR” 3yall dlulis Jel@ 5 ‘MLPA” L))l e sacieall (3iaill ayiad saanie aladiuly
o Al salels AN Sl Capas 4y Y CQMPSE gyl ci il GUas) sl
S il e e Sl Gl G g gosuld soide J e VHL Gaall et Qs . Jualidl

A
Lol zeaalgll (pe Gl Casanl) 500 sl o ST 5 aaly 8 Cadall S )oYl e cililall L5

il 1 e oS o Gasitall e oI5 el sk ) sa%s 3 ikl o3 calS 1) L

(Ahliad) cfibl) dephiall ué fdbl
il &y ale gyl sl ) ga5 ) AeY) (alall 4 cheall o dalall ikl
S ol daiad i glal) ey (i) cbil) AT ae gssill (b laiiplSall Ga sasl;
P.YO8H 4 p.C634W RET ¢ RET cpall (e 918 (50K jsai ga Jlia iy .acld D
&V g5 s by il ) il sda (e Lo ABLY clalall e J$ e @l Gaayy WVHL
Chikll e Sl S Y el e 3l s il AL cann e My ¢ Gapall ks sk
b Al el el J8 colllially Jagpall odgn slaY) Gy cgalad) aally Cpepial (sal

.l Ll e DNA
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B I 8 Jglds ¢ ol a3 Ge G as ) W22
¢ SDHC ¢« SDHB ¢ VHL ¢« NF1 ¢ RET <luall <l jalall o ju oy ¢ Ul Jgaall
G E sl b e J8 (e Al ol 5l g adl il o) )5l ae a5 il ikl a5 285 « SDHD

Ll

- sl dbliie culK NF1c.2849 ins TT 1 gjah « NFT 1 sasadll cliald) <fjila :8 Jgand)
Aldl ¢ psmld st B a5 LS ¢yl

3,8kl ) aaal) sy absall
Mutation Amino acid Exon Localization

NF1c. 61-1 G>A Gualll e 2 @ila gmac Ala
NF1 c. 269 T>C L90P 3 s qrac Al o
NF1 c. 277 T>C C93R 3 @ia uac Ala
NF1c. 1062+2 T>C Gualll e 7 @ia gmac Ala
NF1 c. 1466 A>G Y489C 10b Gl qrac Ao
NF1 c. 1580 del C T527LfsX29 10c gila guac Adas
NF1 c. 2023 ins G T676NfsX24 13 gida e Al s
NF1 c. 2409+1 G>C Gualll e 15 sda rac il
NF1c.2849ins TT Q950HfsX5 16 gl guac Adas
NF1 c. 3826 C>T R1276X 22 Gl qrac Aoy
NF1c. 4077 del T Q1360NfsX25 23-2 Gl qmac Al oy
NF1 c. 5537+1 G>T Gealll e 29 gila uac Al s
NF1 c. 6641+1 G>A Gualll e 35 s qrac Al o
NF1 c. 6795 ins C $2266QfsX20 37 gila e Al s
NF1 c. 6858+2 T>C Goalll e 37 gila e Al s
NF1 c. 7337 C>G S2446X 41 s qrac Al o
NF1 c. 7739 C>G S2580A 44 s e Al o
NF1 c. 7833 T/A D2611E 45 gila e Al s
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OSars - ailsill o552 s banmial) e lanall 22l Ayl e (ysilay (Al oampall 8 clilal) 19 Jgand
8yl 1ys Al & gy il 1 410 euS) & Gl Sigan e Gleglaall (10 w3 o g DY)
58-51 =i 32 aae 2010 : Hum Mutat Ly

G935l / 8kl ) (aaal) Osus) | caladl ajsl gl 2 sl

RET 609 5 =B 48 50l a3l la e
ik 2 C609R orGorSorF 10 HPT only for C609S

RET 611 3 =Bl 48 50l sl la e
<l ik Bac C611Y or Wor F 10 HPT only for C611Y

RET 618 6 C618SorRorGorY 10 el Al szl ol e

<l jala sac orF HPT only for C618T

RET 620 4 =LAl 438 )l 3zl gl e
<l ek sac C620R or G or S or F 10 HPT only for C620R

RET 634 TGC>CGC C634R 11 =Bl 4l saal) gl e
RET 634 TGC>TAC C634Y 11 el 4l sl gl e

oo Ll A jall 33l (e

RET 634 TGC>TCC C634S 11
RET 634 TGC>TGG C634W 11 i
RET 634 TGC>TTC C634F 11 el A Bl Ol e
RET 790 TTG>TTT L790F 13 (oo A pal) 53l

Lst:\;.d\ 4733).)3\ pazl) uun)_u:
RET 918 ATG>ACG M918T 16 "ok " Aliles dapda ae
Bl a0
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Ol ) ) Waldl ¢ gysuld nae 8 laaaan Sl VHL gl @l il 110 Jgaad
i AY1 83eaY) & L&Y Al cllaia¥) . Sl o s
Bhbz\gﬁ‘éjﬁ)j:chﬁﬂ\@aﬂ\_}kﬁj\‘éjﬁ)j:CcM\eﬂ:E

oSl 3 WA ahsl 1 1 e Gyl st cilala : P

i) ASud e lapdi a3 il Cofyshal] #
colossi Slaipla _ygiSall ¥ Cally ilal) bl VHLP. YOSH 54bhll e Jasio cui€ i 27
Swww.umd.be/VHL :cyii¥] i e VHL &)l <oy

(X (sl T
i i [ g e
pyddal) pyddal) Cipdad | dand) [ a3|g8l) .
T T e o gl I
aBill B8y | adill lad ; assY)| A | Jelall <) .
A1) aall e | 3 \;shﬂ’ iy
448 L3 ) CHATY) | B .
~ I dpinal)
SV
VHL 404
Goc 191 G>C | R64P 1 * 214 sy Y
VHL 406
ToA 193 T>A S65T 1 - 1/1 sag Y
VHL 406 .
ToC 193 T>C S65P 1 1/1 E,C,K P
VHL 407 x
Con 194 C>A S65X 1 1/3 E,C,K P
VHL 407
coT 194 C>T S65L 1 * 1/5 E,C,K P
VHL 416
Coc 203C>G | S68W 1 * 1/3 sy Y
VHL 421 .
GoT 208 G>T E70X 1/3 C, K, P, I
VHL 430 .
ot 217 C>T Q73X 1 1/3 E,C,K P
VHL 224 226 76
437_439 Cida Cida 1 * 1/14 E,C K, P,
TCT wsas TCT F
VHL 442
TG 229 T>G C77R 1 - 1/1 s Y
VHL 446
s 233 A>G N78S 1 * 1/3 E,C,K P
VHL
449 454 | 236241 .
e Cada 1 B Y E,C,P
R79S80
GCAGTC | GCACTC
VHL 452 | 239G>A | S80N 1 * Y E,C,P
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G>A

VHL 452

oo 239G>T | S80I 1 13 E,C
VALESS 1240756 | ssoR | 1 U7 | E.CKP.I
VT;L;Q;S? 244 C>G | R82G 1 1/1 K
VIL 293 1 2s0G>A | veam | 1 111 2 Y
VHCL>é69 256 C>G | P86A 1 212 E
VIL 299 | 2s6C5T | Pees 1/3 E,C K, P
VHLATO | seesc | Laop 1 110 | E,C,K,P,I
VLS lamresa | Gess | 1 4/ 2y
VILS0 27e>c | GosR 212 E
VLSO 27765 | Gec | 1 3/6 E,CKP
VILIS 1 28065T | Eoax | 1 Va E,C,K

VALS00INS | 287 ins A | PO7ATsX35 | 1 11 E,C,P
VDSOS 1 2927>C | vosH 1 81/208 | E, CK, |
VILS32 l319csA | R107S | 1 212 E.C
VIL 32 1 319¢56 | R107G | 1 iZ 2 Y
VIESSS 1 340G5A | Glias | 1 5/8 E,C.I

VHLSSS | 3a0e Ty | 3/5 E,C,K P
LT | 344A5G | HIISR | 2 1/5 E.C.KP
VAL lsarTsc | LuteP | 2 2 s Y
VL0 1353756 | L118R | 2 111 E
VIR0 57056 | FueL | 2 3/5 E,C,I
Lol® | 362456 | D121G | 2 Ya E, I

T 5 |
VIESSY ariesT | 124 2 3/5 E, |
VHLS8Y | 376 G5A | D126N | 2 113 2

G>A
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VHL 601

SO0l | 388G>T | vi3oF | 2 ” E, K, P
V%ii% 393C>A | NI31K | 2 11 E, K, P, |
VLGS | 303con | N13IK | 2 11 E,K, P, |
V%ﬁm 304C>T | Q132X | 2 Yy E,K, P, |
VL0 407756 | F1seC | 2 % E
Vitg% 452 T>C | 1151T 2 1/10 E, C, K
V%';g% 453C>G |  I151M 2 11 C, K

VHLTSEGJ’Z 4?352 all e | 2 vy E,C, K, P
VH"&fg'z 4A6;‘('32 sl e | 3 1/6 E,C, K, P, |
VLS 1 assT>A | viseN | 3 11 Y
Vi';gSO 467 A>G | Y156C | 3 7/11 C
VF(':L>$94 481C>T | R161X | 3 2/29 E, C,K, P
VFcI3L>i95 482 G>A | R161Q | 3 1010 | E C,K,P
V%"i:% 482G>C | R161P | 3 Vs E,C,K,P, I
VHT';;m 488 T>A | L163H | 3 2/3 E,C,K,P, I
VFC':LJOB’ 490C>T | Q164X | 3 vy E,C K, P
VF('BL>7T09 496 G>T | VI166F | 3 11 E,C,P
VHC';?Z 499 C>T | R167W | 3 2037 | E,C,K,P, I
VF('BL:AB 500G>A | R167Q | 3 1423 | E,C,K, P, |
VALZ2 1509 T>G | viros | 3 11 R
V%ié‘% 525C>G | Y175X | 3 11 E,C,P
VF'TL>/146 533T>A | L178Q | 3 3/3 E,C,P
VLDt 53856 | 1180V 3 11 s Y
V'é';;m 548 C>A | S183X | 3 2/9 E,C,K,P, I
VHCL>Z;75 562C>G | L188V | 3 o/14 E, C
VHL796 | 583C>T | Q195X | 3 3/6 E,C,K,P,I|
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C>T

VHL 806

TSA 593 T>A L198Q 3 5/10 I
Vﬁtg??’ 640 T>G | X214G | 3 A E, C
VHL VHL
N ada ada 1 1/16 E,C K, P, I
Exon 1 Exon 1
VHL VHL
N ol sda 1+2 1/8 E,C,K P
Exon 1+2 Exon 1+2
VHL VHL
N ada sda 2 1/11 E,C, K P
Exon 2 Exon 2
VHL VHL
N 8 sda 1-3 1/55 E,C K, P,I
Exon 1-3 Exon 1-3
VHL VHL
N Cada 8l 2+3 E,C, K P
Exon 2+3 Exon 2+3
VHL VHL
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