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E9wiE

ELAG A —Fhas A e IR, BRI 1:17, 000, /DA 22 A4k
PR ELB A e NS IR IO B0 SE R o X B3 I JE SR A AE 1 AR R ) 10
AR 12 MEAMEM AR (Fernandez 28N\, 2021). T 505
DR R AR R A S R Y AL 0 v R N 5 A R il R 25 57 5 K] A
XoF T2 A T R B T TR

2008 4 6 H £ 2020 4F 12 F, MATE ANBEFIESE 7 1, 146 BiHEMH S &
X BRI IR R KGR 28 A4, BL4E 858 iRk
it (RhFEFR S1O 1 288 HilSeHiHi 5 1w B (FRMFRICA). P CAIf 22
A B EE R Y AR R AR a0 B 1 B . #h TR S1 BoR TN ARE
MERIRRZRE G (—A> HPS-6 (FFE#1041) Al—>HPS-1 (HE#1052)), J7
I VEAE BAERNFE A P HEAT T A

PSR P/LP CBUp /AT Re 0w 1) S5 A7 B R B > T2 W 3
93.63% (1,073/1,146). 63 4 B# (5.50%) {NIEH —NRABLA K, 10
2 (0.87%) RATMZE] P/LP ARk . ARG 05547 FE K AT B4 T B
BB AE R ARG RS X 35, B0 7T BE R B AR A A RE A

£ 1073 Bz mfI s, 0CA-1 &b E & H WAL (62.07%), HIZ
0CA-2 (17.43%) F10CA-4 (10.90%) (& 2a, #pFEER S2). XML HIRA
Z BT HR S SRS A ANE] (OCA-1: 70. 1%, OCA—4: 12.6%, OCA-2: 10.2%)
(BRZEN, 20100, BRINAFEFIIRT 3 ARAEEK 2N (Lasseaux %5
N, 2018) (B 2b, hFEE S2). R, 7EHA N, 0CA-4 & H Wi
WAL, HUGE OCA-1 A HPS-1 (MR AIEA A, 2020 ) (B 2¢, #MFEF S2).
PRk, AT — RS, AT B IR 1) SR AR 1 S AR e 12 11

bR 17 —4 0CA-3 B CEEH#908) (B2 RAHX &4, Firfa HoAth OCA-
3 BH MR RITEIER . RZHEF (9/10) BRI S 44 H
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Ar COnTF= R ATTIES ) (14 52 R €5 b 2 A7 08 () 3 K T 2 A8 7, 3 5 oAl OCA
KRBENFE. WHh, NEEFW KOG TE G AR, B
AR (RbFER S3). KL, FAIEHL R, SARARMARE B HAR 0CA
FAIMLL, 0CA-3 RAL R .

AL = B 5 (1 0CA-6 (BRZEN, 2013), HERINBASI A 4b7
[#) 3. 1% (Lasseaux 55 N, 2018), (BAEFATHI TR A Ny 0. 47%(5/1, 146),
KW H E 0CA-6 B HBUR. 125 N1k, EFakeE 1 32 i 0CA-6 &
&, HERMEAME. A0 5 2 E 0CA-6 B3, AE 2 Bk & 1%
] CEEH1041 FI#1042), FRIHAHXT AR B (1) AL -

1E A0 B D AU I DGV E SR B AE B EL A, RN FRATIAE 1 BA B
RIL 4.80% (55/1,146) HPS Hi# . HPS-1 (28/55) & [E AR HPS [ 3=
A, HGE HPS-3 (9/55) FIHPS6 (9/55). HPS-3. HPS-5 &Y HPS—6
BF A EIUNIR A% . T HPS AN [FIE B TR BT 45 T DDAVP LA
B 1k LA SOBSEAS TR (EE N, 2016), FEHASFIfY HPS VRS AT REAE 45 i 4
FG £ etk 75 B A AR B KGE (Fernandez 28N, 2021), HPS EAY [
RERf L A 4y BUAR B 2

ZF ST T 486 FOREBISEAI R, LG AR Y 285 N4
{37 3 R AT 72 P75 1) 199 AT LN o £EIX 199 ANEALIEA 1, 182 A4
WIRFONARBOR S IR, 17 MRE SURE AR (Rh7ER S,

B 1AL BRSNS R AR S 1) A R AR R R A
£ TYR B RAS AT IE A 1, ¢. 929 9301insC 2540 Ik PRl 2 e i DL R 5 A ik [
BN 19.97% (271/1,357), HIRAZ c.896G>A (239/1,357), c.832C>T
(134/1,357) FHAMZEAFERA, W 2D iR, p. T373L, c. 1037-7T>A Al
c. IA>G AR T 558 WSS 3 R (Lasseaux 25N, TEHAAREF,
c. 929 930insC, p. P431L Fl p. R77Q A& 4 3k [ %37 2 K] (Okamura Al Suzuki



20200, PR E WL 0CA2 SEfrEF 2 p. R136X (31/396), H k&
c. 1182+1G>A (22/396) Fl p. A481T (21/396). %A 1 SLC45A2 Fi s UL I
Afir B R 2 p. DI6OH (111/246),

FE—SeAME TR — LA e b IR I RARAR S B 0 AR AE AN R B B
HBEEE AN . EHE 0CA-1 &, & TYR RARGEALELIH] 82. 54%
(1,120/1,357) REMEIETF 12 L (B 2e), X2&FE AR TYR 5
B ZRIX (BEEN, 20100, fEERMAREH, 63.5%H) TYR S&A B T
AMNET 1 A1 4 FB (Lasseaux 28N, 2018) (P 2f). SLC45A2 H [ p. D160H
RAL T E 0CA-4 B i WINRAR SRR, XA fese H T 29338 AL
Ri. fEHAFEE 0CA-4 FFrh, RABEEE MBI EAERZ p. DISTN
(Inagaki %¢ N\, 2005), &= HPS1 RARSEALFE A1) 34. 55%(19/55) fir §- HPS1
BRI AME T 11 A1 19 b, IXRBHIX AN G 2 B B HPS1 R R (1 £
RIX KN, 2021),

SFAN RN v AT 2 TR ) 3 A T A R ], S R PRI A3 o) {30
AP S B HE AR I SORBFARRE M . B B0 B R IR LA
WAL LR A 5 ERNARER S5 . AR, WATR KT —RpishiE
ARV RBEAZIREN 0CA-1 5, BFH#410, XK E A4 % 2
ORI FRIEEAL (1/1, 146D,

G LATR, BAVEIX BIRIE T 199 FOASF FH A AR S0R 01 3L K,
XA KT I8 B e (1 5 7 DA o i IR R0 2557 356 IR 1) s S
SRR T ER S HEIZ WL #5008 TR A 7 AT ORI S S ) e

B m A P B
AT FE I8 R AL R M AR AT R 4R
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B 1. FEIRATH B 40p B8 B B 2 B A Seie i 2 W SRS F TR A
EM, HL B A5 s
MLPA, 2 BEEZMGIEIRET 31
NGS, T—AGI
qPCR, SEI 2% E & PCR.

Bl 2: AENBEEH BUREFERR BT
(a) AWFFEHAS [F] AR S AL 43 A 15 L o
(b) BRPAFEH AR B B % (Lasseaux %A, 2018).
(c) HAENAHERERERE (KRARAK, 2020 4.
(d) AHFFLH TYR H AR 5 (1 70 A 1 10 o
(e) PP AEE TYR £ [H 938 0k
(£) BRMAHES TYR BRI RAEFA AL (Lasseaux 58N, 2018).,
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#hFEA B

L #hFEAPRLA T %
RIS

M 2008 £ 6 F 2 2020 4 12 H, JATHHEZ T 1, 146 2K 5 E AFFEH
ToRBF , H BB ZAIRRL KR 2 WA B, Horh a5 858 1
R IR 288 FSE TS I EE (ESEN, 2009; B4, 2009; BH4F,
2010; #kZ%, 2011; BH4%, 2011, BH&E, 2013a; B84%, 2013b; #h2%, 2014;
A%, 2015, BWEE, 2016; BH&E, 2017 3045, 2019; iKZEA, 2019a; ik
22N, 2019b; XIZEN, 2021a; XIZEN, 2021b). iZPAFIHIF R LR 10
%, MWHIZE 3 KB 78 A%, Ttk LR 1:0.75 8. BHKHRIK
PAAMEI KR &4, B 20 L HARRIGEE S, 20006 R 3 24 EH
(0. 26%, 3/1, 146) HIL RIS HF IR . AW R A A ER AL R
B Abut) LB BE B A WA 3 22 25 DI U VT o 28 ettt . X IR 5 2 AR
i CWRERRNE ) 371 . S5ARBRMTE 23R E 58U LE IS EE
BRI NZEE T T A A T . A #1041 FI#1052 HIACHE A = KA Bl S1
L

AL 2 Wb

OCA1A, OCALB, OCA2 AR¥EIGRFHEIATIRRIZH (BLEEN, 2016; %
BN, 2019). IXUEELFE R R AR A (R R G, AR IS RS B Sk K
i), IRFIRAY CIREGBUE, “PERELERE, AR IS, 1%, RBKE
AN R MR A, PLASCREG IEE A A ek (i, Py
ER L 5, AT 4EAk, BRI o ASHIT T FE B0 R A IR ER R
PRI PR AN 22 /0 —Fofr (5 A 1) At AR SRR ALE (3% BT, R MR EA A

1



T 4 5 B T ARG A A A HPS BB AN AEAE ML/ MR B ok, Jld
W HE BN HPS SR AR E (BEAEN, 2016; ZR5EN, 2019). FHH]

REHEFBEG ST X 7E. WGRRHE. 2R MBURTE. S
S P 5 S5 A R R B 1 A Sk TR DL K D Rl 5 A2 N AL 2L 4312
UAIT (1 10 A 25 e £ ol 3 4

Sanger YA 7

E 2016 £ 2 7, @ik E# Sanger MIF4rHT 7 509 4 8 #, LRI —
ANECZ AN E L AL IEE (TYR, 0CA2, TYRP1, SLC45A2, HPSI BY GPR143)
B g A0 AN 1/ N B TN R X (BREE N, 2010; BRSO,
2011). W HEL I K/SDS J7 ik A IMLERE P 32 B R [RIZH DNA. BT
513K FFRE PCR & F2 ), JB KRN 58-59°C « 5|91)% 51| FT AR 2K

it

Ah B F R

H 2016 LISk, F—ARMEF (NGS) 7E 637 44 B3 i FE DRIR I v S it
(BSEN, 2016; XI%E N, 2021a). 7E trio -WES (&4MRFAHMT) H,
fiH Agilent Sure Select A&AMET V6 WlF&EE IR THI B,
FAEFH I1lumina ER@ SN ERM%RAE . Sanger W5 F T 30EAT A %
e BUR AL 7 K Hook B AL B E IR .

L EEEKB R (MLPA) FISZRY ER& PCR (qPCR)

T AREE Y NGS, MLPA 8% qPCR A28 1{#5 VUK A4, gk — 2 Tkl n]
BERI R Bt s A PEB 2k (BB N, 2016; K% A, 2019b). MLPA F-F 20 4
£ TYR Bl 0CA2 Hr 455 H 2R AR A B A 45 48 F# B TYR B 0CA2 A1 4>



REBIRZ T EE . qPCR A THI =4 7E HPS1 8% SLC45A2 H BA —Ff
BRI BB A2 A B RER

B A /MR B SRR AL /MR HPS 28 I S B B

A FT L7 S BE CEMD MR I /MR B 0K . S8 AT C2efifiid 1 X 48 v i
AT EM RS AR TEARRE Y (BEAEN, 2016; ZR5E N, 2019). 70 & JFR
ok B 2ml A0 A IR . BT R B A AR HPS 3R AR KT
HFRARTE AR (AN, 20165 B5E A, 2019).

EYIE RFESPr
GRCh37/UCSChg19 #% FAE S 2 JE R 41 SR LL e A R 28 7 6 T W) A £E ST
ik i 0 B B 7R HGMD i 2 b ) AR 4, 8 ek 1A 56 [ 5% 2 it A% 2 AN

Rl 222208 (ACMG) HIFE R RV EomtE (Richards 28N, 2015).
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IT. [ &
& S1: A 0CA-6 1 HPS-1 2 Wiy S BRLp 41 .

(a—c) —#% 1 Btz CEFEH#1041) HIRKIZWI N 0CA2 (a). SLC24A5
JEIRI 1) Sanger MY BT BB REEGRET (b). B /MR F SRR
BN, Sl SCEHELL, M/MRECE BREE IER (). (d-f) —4 24




H Rtz (EEH#1052) #IRKRIZHIA 0CAL (d). HPS1 A 1) Sanger M
FEFEERESERET (). BAIM/IMIETFEMEREER, S
RBEFA L, VA M/NMRECE SR (F), BE#1041 #1052 142 BE[F & KA

XEEER

ITT. #hFRRHE

% S1:
x S2:
* S3:
xR S4:
& S5:

858 15 v [H [ AL BB AL AL 57

F AR B AE AN RN ) 0 A R

10 {5 v [ OCA-3 FE 5 (Il PRARFALE o
AHEFEHE 1 199 AR,
AT 72 PR 0P VB ] BE M BOm PE S AL R I
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#hFER S1. 858 il B HALIA B BB L35 «

Patient | Alleles Gene Exon Variant 1 c. Variant 1 p. Gene Exon Variant 2 c. Variant 2 p. Sequencing
1 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 €.230_232dupGGG p.R77_E78insG Sanger
2 2 TYR 1 c.229C>G p.R77G TYR 2 €.929_930insC p.R311Kfs*7 Sanger
3 2 TYR 1 €.346C>T p.R116X TYR 2 €.832C>T p.R278X Sanger
4 2 TYR 1 c.1157>C p.W39R TYR 2 €.929_930insC p.R311Kfs*7 Sanger
5 2 TYR 1 C.425A>T p.K142M TYR 2 €.929_930insC p.R311Kfs*7 Sanger
6 2 TYR 1 c.655G>A p.E219K TYR 2 c.896G>A p.R299H Sanger
7 2 TYR 1 c.655G>A p.E219K TYR 2 €.896G>A p.R299H Sanger
8 2 TYR 1 c.164G>A p.C55Y TYR 4 c.1199G>T p.W400L Sanger
9 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H Sanger
10 2 TYR 1 c.157G>T p.G53C TYR 2 c.832C>T p.R278X Sanger
11 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 Sanger
12 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929_930insC p.R311Kfs*7 Sanger
13 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1199G>T p.W400L Sanger
14 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 4 c.1234C>G p.P412L Sanger
15 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger
16 2 TYR 1 c.346C>T p.R116X TYR 1 €.346C>T p.R116X Sanger
17 2 TYR 1 c.164G>A p.C55Y TYR 2 €.832C>T p.R278X Sanger
18 2 TYR 1 c.164G>A p.C55Y TYR 2 €.929_930insC p.R311Kfs*7 Sanger
19 2 TYR 3 c.1147G>A p.D383N TYR 2 €.929_930insC p.R311Kfs*7 Sanger
20 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.896G>A p.R299H Sanger
21 2 TYR 2 €.832C>T p.R278X TYR 2 c.896G>A p.R299H Sanger
22 2 TYR 1 c.819G>T p.Q273H TYR 2 c.867C>A p.C289X Sanger
23 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.896G>A p.R299H Sanger
24 2 TYR 1 c.71G>A p.C24Y TYR 2 €.929_930insC p.R311Kfs*7 Sanger
25 2 TYR 2 €.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
26 2 TYR 1 c.164G>A p.C55Y TYR 2 €.929_930insC p.R311Kfs*7 Sanger
27 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger
28 2 TYR 1 c.107G>A p.C36T TYR 2 c.832C>T p.R278X Sanger
29 2 TYR 1 c.164G>A p.C55Y TYR 2 c.812_815delCTT ---- Sanger




30 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H Sanger
31 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger
32 2 TYR 1 ¢.605A>G p.H202R TYR 2 c.896G>A p.R299H Sanger
33 2 TYR 1 ¢.538C>A p.H180N TYR 4 ¢.1265G>A p.R422Q Sanger
34 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929_930insC p.R311Kfs*7 Sanger
35 2 TYR 1 c.741C>A p.C247X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
36 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 3 ¢.1071delC ---- Sanger
37 2 TYR 1 c.815G>A p.-W272X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
38 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 Cc.746A>G p.D249G Sanger
39 2 TYR 4 c.1265G>A p.R4220Q TYR 2 €.929_930insC p.R311Kfs*7 Sanger
40 2 TYR 1 c.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
41 2 TYR 2 c.896G>A p.R299H TYR 2 c.832C>T p.R278X Sanger
42 2 TYR 2 c.832C>T p.R278X TYR 3 c.1082G>T p.S361I Sanger
43 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 5 c.1451T>G p.V484G Sanger
44 2 TYR 2 c.832C>T p.R278X TYR 4 €.1199G>T p.W400L Sanger
45 2 TYR 2 c.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
46 2 TYR 2 c.832C>T p.R278X TYR 2 c.896G>A p.R299H Sanger
47 2 TYR 1 c.230G>A p.R77Q TYR 4 c.1277T>A p.M426K Sanger
48 2 TYR 1 c.346C>T p.R116X TYR 2 €.896G>A p.R299H Sanger
49 2 TYR 1 c.164G>A p.C55Y TYR 2 €.896G>A p.R299H Sanger
50 2 TYR 1 c.655G>A p.E219K TYR 2 c.896G>A p.R299H Sanger
51 2 TYR 1 c.346C>T p.R116X TYR 2 c.297C>G p.N99K Sanger
52 2 TYR Int2 ¢.1037-7T4A+-10delTT ---- TYR 4 c.1199G>T p.W400L Sanger
53 2 TYR 2 c.896G>A p.R299H TYR 2 €.896G>A p.R299H Sanger
54 2 TYR 1 €.229C>T p.R77TW TYR Int2 c.1037-7T4A+-10delTT ---- Sanger
55 2 TYR 1 c.346C>T p.R116X TYR 2 c.895C>A p.R299S Sanger
56 2 TYR 2 €.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
57 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H Sanger
58 2 TYR 2 c.832C>T p.R278X TYR 2 €.832C>T p.R278X Sanger
59 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger
60 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 Sanger




61 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H Sanger
62 2 TYR 2 €.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
63 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 c.896G>A p.R299H Sanger
64 2 TYR 4 c.1265G>A p.R4220Q TYR 2 €.929_930insC p.R311Kfs*7 Sanger
65 2 TYR 1 c.346C>T p.R116X TYR 2 c.896G>A p.R299H Sanger
66 2 TYR 1 €.346C>T p.R116X TYR 1 €.346C>T p.R116X Sanger
67 2 TYR 2 €.832C>T p.R278X TYR 1 C.636A>T p.R212S Sanger
68 2 TYR 4 ¢.1200G>A p.W400X TYR 2 c.896G>A p.R299H Sanger
69 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 Sanger
70 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H Sanger
71 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H Sanger
72 2 TYR 1 c.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
73 2 TYR 2 c.832C>T p.R278X TYR Intl €.820-3C>G ---- Sanger
74 2 TYR Int2 ¢.1037-7T4A+-10delTT ---- TYR 2 €.929_930insC p.R311Kfs*7 Sanger
75 2 TYR 1 c.230G>A p.R77Q TYR 2 c.896G>A p.R299H Sanger
76 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 €.1199G>T p.W400L Sanger
77 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 Sanger
78 2 TYR 1 c.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
79 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 Sanger
80 2 TYR 1 ¢.650G>A p.R217Q TYR 1 c.650G>A p.R217Q Sanger
81 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 c.650G>A p.R217Q Sanger
82 2 TYR 2 c.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
83 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.895C>A p.R299S Sanger
84 2 TYR 2 c.896G>A p.R299H TYR 5 ¢.1380insT ---- Sanger
85 2 TYR 2 c.832C>T p.R278X TYR 4 c.1199G>T p.W400L Sanger
86 2 TYR Int2 ¢.1037-7T4A+-10delTT - TYR 4 c.1199G>T p.W400L Sanger
87 2 TYR 1 €.229C>T p.R77TW TYR 1 €.593T7>C p.1198T Sanger
88 2 TYR 2 c.895C>A p.R299S TYR 2 c.895C>A p.R299S Sanger
89 2 TYR 2 €.832C>T p.R278X TYR int2 c.1037-2A>G ---- Sanger
90 2 TYR 1 c.116G>A p.W39X TYR 2 c.896G>A p.R299H Sanger
91 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger




92 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929_930insC p.R311Kfs*7 Sanger
93 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger
94 2 TYR 4 c.1265G>A p.R4220Q TYR 2 €.929_930insC p.R311Kfs*7 Sanger
95 2 TYR 2 ¢.896G>A p.R299H TYR 2 c.896G>A p.R299H Sanger
96 2 TYR 1 c.758G>A p.G253E TYR 2 €.832C>T p.R278X Sanger
97 2 TYR 1 c.230G>A p.R77Q TYR 1 c.758G>A p.G253E Sanger
98 2 TYR Int2 ¢.1037-7T4A+-10delTT ---- TYR 4 ¢.1199G>T p.W400L Sanger
99 2 TYR 1 c.230G>A p.R77Q TYR 2 €.929_930insC p.R311Kfs*7 Sanger
100 2 TYR 1 ¢.593T>G p.1198S TYR 2 c.896G>A p.R299H Sanger
101 2 TYR 2 c.832C>T p.R278X TYR 1 €.221_222delTG ---- Sanger
102 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 C425A>T p.K142M Sanger
103 2 TYR Int2 ¢.1037-7T4A+-10delTT ---- TYR 1 €.230_232dupGGG p.R77_E78insG Sanger
104 2 TYR 1 c.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
105 2 TYR 2 c.896G>A p.R299H TYR 4 ¢.1348insGG ---- Sanger
106 2 TYR 2 c.895C>A p.R299S TYR 4 €.1199G>T p.W400L Sanger
107 2 TYR 1 c.71G>A p.C24Y TYR 4 c.1265T>A p.M426K Sanger
108 2 TYR 1 c.346C>T p.R116X TYR 1 c.22delT ---- Sanger
109 2 TYR 2 c.832C>T p.R278X TYR 2 €.896G>A p.R299H Sanger
110 2 TYR 2 c.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
111 2 TYR 2 c.896G>A p.R299H TYR 2 €.896G>A p.R299H Sanger
112 2 TYR 1 c.655G>A p.E219K TYR 1 €.230_232dupGGG p.R77_E78insG Sanger
113 2 TYR 1 c.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
114 2 TYR 2 c.896G>A p.R299H TYR 1 c.56G>A p.H19R Sanger
115 2 TYR 1 c.707G>C p.W236S TYR 2 c.832C>T p.R278X Sanger
116 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 c.71G>A p.C24Y Sanger
117 2 TYR 1 ¢.606T>G p.H202Q TYR 2 €.929_930insC p.R311Kfs*7 Sanger
118 2 TYR 1 c.283T>C p.FI5L TYR 2 €.929_930insC p.R311Kfs*7 Sanger
119 2 TYR 4 c.629G>A p.W210X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
120 2 TYR 2 c.896G>A p.R299H TYR Int2 c.1037-7T4A+-10delTT ---- Sanger
121 2 TYR 1 €.298T>C p.C100R TYR 1 c.346C>T p.R116X Sanger
122 2 TYR 4 ¢.1199G>T p.W400L TYR Int2 c.1037-7T4A+-10delTT -—-- Sanger
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123 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 Sanger
124 2 TYR 2 c.896G>A p.R299H TYR 4 c.1193A>G p.E398G Sanger
125 2 TYR 1 c.706T>C p.W236R TYR 1 c.706T>C p.W236R Sanger
126 2 TYR 4 c.1199G>T p.W400L TYR 2 c.1022G>A p.R341K Sanger
127 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 Sanger
128 2 TYR 4 c.1995C>T p.Q399X TYR Int2 c.1037-7T>A ---- NGS
129 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.832C>T p.R278X NGS
130 2 TYR 3 c.1151C>A p.P384H TYR 1 ¢.593T>C p.1198T NGS
131 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1204C>T p.R402X NGS
132 2 TYR 1 c.816G>A p.W272X TYR 2 c.896G>A p.R299H NGS
133 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 1 c.701C>T p.P234L NGS
134 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929_930insC p.R311Kfs*7 NGS
135 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 NGS
136 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 c.832C>T p.R278X NGS
137 2 TYR 1 c.230G>A p.R77Q TYR 2 €.929_930insC p.R311Kfs*7 NGS
138 2 TYR 4 c.1199G>T p.W400L TYR 1 €.346C>T p.R116X NGS
139 2 TYR 2 €.739T>C p.C247R TYR 1 €.346C>T p.R116X NGS
140 2 TYR Int2 ¢.1037-7T>A - TYR 1 €.346C>T p.R116X NGS
141 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1217C>T p.P406L NGS
142 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 c.755T>A p.M252K NGS
143 2 TYR 1 c.230G>A p.R77Q TYR 1 c.455C>A p.P152H NGS
144 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 c.896G>A p.R299H NGS
145 2 TYR 2 c.832C>T p.R278X TYR 2 c.896G>A p.R299H NGS
146 2 TYR 2 c.832C>T p.R278X TYR Int2 c.1037-7T>A ---- NGS
147 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1275C>G p.Y425X NGS
148 2 TYR 1 c.758G>A p.G253E TYR 2 c.896G>A p.R299H NGS
149 2 TYR 1 c.346C>T p.R116X TYR 2 c.896G>A p.R299H NGS
150 2 TYR 2 c.896G>A p.R299H TYR 4 c.1334T>C p.L445P NGS
151 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR Int2 c.1037-7T>A ---- NGS
152 2 TYR 1 c.758G>A p.G253E TYR Int2 c.1037-7T>A -—-- NGS
153 2 TYR 1 c.71G>A p.C24Y TYR 1 c.164G>A p.C55Y NGS
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154 2 TYR 1 C.755T>A p.M252K TYR 3 c1168C>G p.H390D NGS
155 2 TYR 1 c.230G>A p.R77Q TYR 4 1263C>G p.N421K NGS
156 2 TYR 2 .896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 NGS
157 2 TYR 1 c.216delA p.V74Wfs*46 TYR 1 c.216delA p.V74Wfs*46 NGS
158 2 TYR 2 C.827G>A p.C276Y TYR 2 .896G>A p.R299H NGS
159 2 TYR 4 c.1346A>G p.Y449C TYR 1 c.561_562ins 25bp p.G190Cfs+12 NGS
160 2 TYR 2 c832C>T p.R278X TYR 2 €.929 930insC p.R311Kfs+7 NGS
161 2 TYR 1 .703T>C p.Y235H TYR 2 c.895C>A p.R299S NGS
162 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 1 ¢.230_232dupGGG p.R77_E78insG NGS
163 2 TYR 1 .230G>A p.R77Q TYR 2 832C>T p.R278X NGS
164 2 TYR 1 ¢.230_232dupGGG p.R77_E78insG TYR 2 832C>T p.R278X NGS
165 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 NGS
166 2 TYR 2 €.929 930insC p.R311Kfs+7 TYR 4 c1199G>T p.W400L NGS
167 2 TYR 2 .896G>A p.R299H TYR 4 c1199G>T p.W400L NGS
168 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 3 c1136G>T p.G379V NGS
169 2 TYR 4 1279delG p.V427Ffs*58 TYR 2 C.896G>A p.R299H NGS
170 2 TYR 2 .895C>T p.R299C TYR 1 C.655G>A p.E219K NGS
171 2 TYR 2 .832C>T p.R278X TYR 1 C.655G>A p.E219K NGS
172 2 TYR 1 C.346C>T p.R116X TYR 1 .346C>T p.R116X NGS
173 2 TYR 1 C.164G>A p.C55Y TYR 1 €.230G>A pR77Q NGS
174 2 TYR 1 C.346C>T p.R116X TYR 1 c115T>C p.W39R NGS
175 2 TYR 2 832C>T p.R278X TYR 2 C.896G>A p.R299H NGS
176 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 1231T>C p.Y411H NGS
177 2 TYR 1 C.346C>T p.R116X TYR 5 .1425G>A p.W475X Sanger
178 2 TYR 1 C.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs+7 Sanger
179 2 TYR 1 107G>C p.C365 TYR Int2 c1037-7TT>A NGS
180 2 TYR 2 €.929_930insC p.R311Kfs+7 TYR 4 c.1205G>A p.R402Q NGS
181 2 TYR 2 832C>T p.R278X TYR Int2 | c.1037-7T4A+-10delTT NGS
182 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 NGS
183 2 TYR 2 c.896G>A p.R299H TYR 3 c1162C>T p.L388F NGS
184 2 TYR 1 c.70T>C p.C24R TYR Int2 | c.1037-7T4A+-10delTT NGS
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185 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 NGS
186 2 TYR 2 c.832C>T p.R278X TYR 3 c.1082G>T p.S361I NGS
187 2 TYR 1 ¢.230G>A p.R77Q TYR 1 €.230_232dupGGG p.R77_E78insG NGS
188 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 ¢.1022G>A p.R341K NGS
189 2 TYR 2 ¢.896G>A p.R299H TYR 4 €.1199G>T p.W400L NGS
190 2 TYR 2 c.896G>A p.R299H TYR 2 €.995T>C p.M332T NGS
191 2 TYR 1 c.758G>A p.G253E TYR 2 c.896G>A p.R299H NGS
192 2 TYR 1 c.346C>T p.R116X TYR 2 c.896G>A p.R299H NGS
193 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 €.230_232dupGGG p.R77_E78insG NGS
194 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.896G>A p.R299H NGS
195 2 TYR 3 c.1130T>A p.V377E TYR 4 €.1247C>G p.A416G NGS
196 2 TYR 2 c.895C>A p.R299S TYR 2 €.929_930insC p.R311Kfs*7 Sanger
197 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 NGS
198 2 TYR 1 ¢.819G>T p.Q273H TYR Int2 c.1037-7T4A+-10delTT ---- NGS
199 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR Int2 c.1037-7T4A+-10delTT ---- NGS
200 2 TYR 1 c.230G>A p.R77Q TYR 4 c.1275C>G p.Y425X NGS
201 2 TYR 2 c.896G>A p.R299H TYR 4 c.1199G>T p.W400L NGS
202 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.832C>T p.R278X NGS
203 2 TYR 2 c.896G>A p.R299H TYR 4 ¢.1199G>T p.W400L Sanger
204 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 ¢.593T7>C p.1198T NGS
205 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1265G>A p.R422Q NGS
206 2 TYR 2 c.895C>A p.R299S TYR 2 €.929_930insC p.R311Kfs*7 Sanger
207 2 TYR 2 €.832C>T p.R278X TYR 2 c.880G>A p.E294K NGS
208 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 NGS
209 2 TYR 1 ¢.599T7>C p.F200S TYR 2 €.896G>A p.R299H Sanger
210 2 TYR 1 c.455C>A p.P152H TYR 2 ¢.1031T>G p.L344R Sanger
211 2 TYR 2 c.832C>T p.R278X TYR 2 c.965T>C p.L322P Sanger
212 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger
213 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.896G>A p.R299H Sanger
214 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 4 c.1265G>A p.R422Q Sanger
215 2 TYR 1 c.635G>A p.R212K TYR 4 ¢.1199G>T p.W400L Sanger
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216 2 TYR 1 c.56A>G p.H19R TYR 1 c.230G>A p.R77Q Sanger
217 2 TYR 1 c.56A>G p.H19R TYR 1 c.230G>A p.R77Q Sanger
218 2 TYR 1 c.346C>T p.R116X TYR 2 c.896G>A p.R299H Sanger
219 2 TYR 1 c.346C>T p.R116X TYR 1 c.71G>A p.C24Y Sanger
220 2 TYR 3 c.1168C>G p.H390D TYR 4 €.1199G>T p.W400L Sanger
221 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger
222 2 TYR 1 €.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
223 2 TYR 2 €.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
224 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H Sanger
225 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H Sanger
226 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.832C>T p.R278X Sanger
227 2 TYR 1 c425A>T p.K142M TYR 1 c.635G>A p.R212K Sanger
228 2 TYR 1 c.71G>A p.C24Y TYR 2 €.929_930insC p.R311Kfs*7 Sanger
229 2 TYR Int2 ¢.1037-7T>A+-10delTT ---- TYR 3 c.1037G>A p.G346E Sanger
230 2 TYR 1 c.230G>A p.R77Q TYR 2 €.929_930insC p.R311Kfs*7 Sanger
231 2 TYR 1 c.758G>A p.G253E TYR Intl ¢.820-3C>G ---- Sanger
232 2 TYR 2 c.895C>A p.R299S TYR 4 c.1265G>A p.R4220Q Sanger
233 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 3 c.1089A>G p.H364R Sanger
234 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 Sanger
235 2 TYR 2 c.832C>T p.R278X TYR 2 €.896G>A p.R299H Sanger
236 2 TYR 2 c.895C>T p.R299C TYR 2 €.929_930insC p.R311Kfs*7 NGS

237 2 TYR 1 c.346C>T p.R116X TYR 2 c.896G>A p.R299H NGS

238 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1265G>A p.R422Q NGS

239 2 TYR 2 c.832C>T p.R278X TYR 4 c.1199G>T p.W400L Sanger
240 2 TYR 2 c.896G>A p.R299H TYR 3 c.1146C>A p.N382K NGS

241 2 TYR 1 c.17delT p.L6Cfs*25 TYR 2 c.895C>A p.R299S Sanger
242 2 TYR 1 c.230G>A p.R77Q TYR 2 c.896G>A p.R299H NGS

243 2 TYR 1 c.346C>T p.R116X TYR 1 €.230_232dupGGG p.R77_E78insG Sanger
244 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger
245 2 TYR 2 c.896G>A p.R299H TYR 1 C.265T>A p.C89S Sanger
246 2 TYR 2 c.896G>A p.R299H TYR 1 c.758G>A p.G253E NGS
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247 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 Sanger
248 1 TYR 1 €.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
249 2 TYR 2 c.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
250 2 TYR 4 c.1265G>A p.R4220Q TYR 4 €.1323_1325delATC p.S442del Sanger
251 2 TYR 1 cA25A>T p.K142M TYR 4 c.1265G>A p.R422Q Sanger
252 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 €.230_232dupGGG p.R77_E78insG Sanger
253 2 TYR 1 €.346C>T p.R116X TYR Int2 c.1037-7T>A ---- Sanger
254 2 TYR 1 c.658C>T p.Q220X TYR 2 €.929_930insC p.R311Kfs*7 NGS
255 2 TYR 1 c.346C>T p.R116X TYR 1 c.115T>C p.W39R Sanger
256 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR Int2 c.1037-7T>A ---- WES
257 2 TYR 2 c.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 Sanger
258 2 TYR 1 c.230G>A p.R77Q TYR 2 €.896G>A p.R299H Sanger
259 2 TYR 1 c.71G>A p.C24Y TYR 1 €.230_232dupGGG p.R77_E78insG Sanger
260 2 TYR 2 c.832C>T p.R278X TYR 2 €.896G>A p.R299H NGS
261 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 NGS
262 2 TYR 2 c.832C>T p.R278X TYR 4 c.1199G>T p.W400L NGS
263 2 TYR 2 c.832C>T p.R278X TYR 1 c.56A>G p.H19R NGS
264 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 1 c.265T>A p.C89S NGS
265 2 TYR 1 Cc425A>T p.K142M TYR 1 ---- p.A204E Sanger
266 2 TYR 2 c.896G>A p.R299H TYR Int2 c.1037-7T4A+-10delTT ---- NGS
267 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 NGS
268 2 TYR 1 c.758G>A p.G253E TYR 4 c.1265G>A p.R422Q NGS
269 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 c.230G>A p.R77Q NGS
270 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H NGS
271 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 c.832C>T p.R278X NGS
272 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.896G>A p.R299H NGS
273 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 c.896G>A p.R299H NGS
274 2 TYR 2 €.925_926insC p.T309TfsX9 TYR 1 €.230_232dupGGG p.R77_E78insG WES
275 2 TYR 3 c.1082G>T p.S361l TYR Intl €.820-3C>G ---- WES
276 2 TYR 1 c.56A>G p.H19R TYR 2 €.929_930insC p.R311Kfs*7 WES
277 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H WES
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278 2 TYR 1 c.164G>A p.C55Y TYR 2 c.896G>A p.R299H WES
279 2 TYR 1 c.706T>C p.W236R TYR 2 c.896G>A p.R299H WES
280 2 TYR 2 c.832C>T p.R278X TYR 2 c.896G>A p.R299H WES
281 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929 930insC p.R311Kfs*7 WES
282 2 TYR 1 c.17delT p.L6Cfs*25 TYR 2 €.832C>T p.R278X WES
283 2 TYR 1 c.346C>T p.R116X TYR 2 €.929 930insC p.R311Kfs*7 WES
284 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H WES
285 2 TYR 2 c.896G>A p.R299H TYR 2 €.929 930insC p.R311Kfs*7 WES
286 2 TYR 2 c.896G>A p.R299H TYR 2 €.929 930insC p.R311Kfs*7 WES
287 2 TYR 1 €.346C>T p.R116X TYR 3 c.1147G>A p.D383N WES
288 2 TYR 2 c.896G>A p.R299H TYR 2 €.929 930insC p.R311Kfs*7 WES
289 2 TYR 2 €.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 WES
290 2 TYR 1 c.707G>C p.W236S TYR 2 €.929_930insC p.R311Kfs*7 WES
291 2 TYR 1 ¢.230G>A p.R77Q TYR 2 €.832C>T p.R278X WES
292 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR Int2 c.1037-2A>T ---- WES
293 2 TYR 1 ¢.230G>A p.R77Q TYR 2 €.929 930insC p.R311Kfs*7 WES
294 2 TYR 2 ¢.880G>A p.E294K TYR 2 €.929 930insC p.R311Kfs*7 WES
295 2 TYR 1 C.425A>T p.K142M TYR 2 €.929_930insC p.R311Kfs*7 WES
296 2 TYR 1 c.703T>C p.Y235H TYR 2 €.929_930insC p.R311Kfs*7 WES
297 2 TYR 1 c.758G>A p.G253E TYR 2 c.896G>A p.R299H WES
298 2 TYR 1 c.164G>A p.C55Y TYR 2 €.896G>A p.R299H WES
299 2 TYR 1 c.24C>A p.C8X TYR 2 €.895C>T p.R299C WES
300 2 TYR 2 €.895C>T p.R299C TYR 2 ¢.929 930insC p.R311Kfs*7 WES
301 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.832C>T p.R278X WES
302 2 TYR 2 c.895C>A p.R299S TYR 2 c.896G>A p.R299H WES
303 2 TYR 1 ¢.240G>T p.W80C TYR 1 c.706T>C p.W236R WES
304 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1199G>T p.W400L WES
305 2 TYR 1 c.650G>C p.R217P TYR 4 c.1199G>T p.W400L WES
306 2 TYR 2 c.896G>A p.R299H TYR 4 c.1275C>G p.Y425X WES
307 2 TYR 1 €.229C>G p.R77G TYR 4 c.1265G>A p.R422Q WES
308 2 TYR 2 c.896G>A p.R299H TYR 4 ¢.1199G>T p.W400L WES
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309 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H WES
310 2 TYR 2 c.832C>T p.R278X TYR 2 c.896G>A p.R299H WES
311 2 TYR 2 c.832C>T p.R278X TYR 2 .896G>A p.R299H WES
312 2 TYR 1 €.346C>T p.R116X TYR 2 ¢.929_930insC p.R311Kfs*7 WES
313 2 TYR 1 C.71G>A p.C24Y TYR 2 ¢.929_930insC p.R311Kfs*7 WES
314 2 TYR 1 c.547G>A p.V183M TYR 2 ¢.929_930insC p.R311Kfs*7 WES
315 2 TYR 1 c.632A>G p.H211R TYR 2 c.896G>A p.R299H WES
316 2 TYR 1 c.757G>T p.G253X TYR 2 c.832C>T p.R278X WES
317 2 TYR Int1 ¢.820-3C>G TYR 2 ¢.929_930insC p.R311Kfs*7 WES
318 2 TYR 1 ¢.230_232dupGGG p.R77_E78insG TYR 2 ¢.929_930insC p.R311Kfs*7 WES
319 2 TYR 2 c.832C>T p.R278X TYR 2 ¢.929_930insC p.R311Kfs*7 WES
320 2 TYR 2 ¢.929_930insC p.R311Kfs*7 TYR 2 ¢.929_930insC p.R311Kfs*7 WES
321 2 TYR Int2 c1037-7T>A TYR 2 ¢.929_930insC p.R311Kfs*7 WES
322 2 TYR 2 .832C>T p.R278X TYR 2 .832C>T p.R278X WES
323 2 TYR 2 c.832C>T p.R278X TYR 2 .832C>T p.R278X WES
324 2 TYR 1 c.230G>A p.R77Q TYR 2 .832C>T p.R278X WES
325 2 TYR 1 c.71G>A p.C24Y TYR 1 €.346C>T p.R116X WES
326 2 TYR 2 .832C>T p.R278X TYR 2 ¢.929_930insC p.R311Kfs*7 WES
327 2 TYR 2 ¢.929_930insC p.R311Kfs*7 TYR 2 ¢.929_930insC p.R311Kfs*7 WES
328 2 TYR 4 1204C>T p.R402X TYR 2 ¢.929_930insC p.R311Kfs*7 WES
329 2 TYR 1 c.635G>A p.R212K TYR 2 .832C>T p.R278X WES
330 2 TYR 1 c.230G>A p.R77Q TYR 4 ¢1199G>T p.W400L WES
331 2 TYR 1 c.655G>A p.E219K TYR 2 ¢.929_930insC p.R311Kfs*7 WES
332 2 TYR 2 C.836T>A p.L279X TYR 2 ¢.929_930insC p.R311Kfs*7 WES
333 2 TYR 2 c.896G>A p.R299H TYR 2 .896G>A p.R299H WES
334 2 TYR 2 ¢.929_930insC p.R311Kfs*7 TYR 2 ¢.929_930insC p.R311Kfs*7 WES
335 2 TYR 5 c.1454G>A p.G485E TYR 5 c.1454G>A p.G485E WES
336 2 TYR 1 c.230G>A p.R77Q TYR 1 ¢.230_232dupGGG p.R77_E78insG WES
337 2 TYR 1 C.71G>A p.C24Y TYR 1 c17delT p.L6Cfs*2 5 WES
338 2 TYR 2 c.896G>A p.R299H TYR 2 ¢.929_930insC p.R311Kfs*7 WES
339 2 TYR Int1 .820-3C>G TYR 2 c.896G>A p.R299H WES
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340 2 TYR 2 €.832C>T p.R278X TYR 2 c.896G>A p.R299H WES
341 2 TYR 1 €.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 WES
342 2 TYR 2 c.896G>A p.R299H TYR 3 c.1130T>A p.V377E WES
343 2 TYR 2 c.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 WES
344 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H WES
345 2 TYR 1 c.71G>A p.C24Y TYR 2 €.929_930insC p.R311Kfs*7 WES
346 2 TYR 1 €.346C>T p.R116X TYR 2 c.896G>A p.R299H WES
347 2 TYR 1 c.425A>T p.K142M TYR 2 €.929_930insC p.R311Kfs*7 WES
348 2 TYR 2 c.895C>T p.R299C TYR 2 c.896G>A p.R299H WES
349 2 TYR 2 €.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 WES
350 2 TYR 1 €.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 WES
351 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 ¢.1199G>T p.W400L WES
352 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929_930insC p.R311Kfs*7 WES
353 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
354 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 €.230_232dupGGG p.R77_E78insG WES
355 2 TYR 3 c.1184G>A p.S395N TYR 4 c.1199G>T p.W400L WES
356 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 WES
357 2 TYR 1 c.346C>T p.R116X TYR 2 c.832C>T p.R278X WES
358 2 TYR 2 c.896G>A p.R299H TYR 3 c.1130T>A p.V377E WES
359 2 TYR 2 c.832C>T p.R278X TYR 2 €.896G>A p.R299H WES
360 2 TYR 2 c.895C>T p.R299C TYR 2 €.929_930insC p.R311Kfs*7 WES
361 2 TYR 1 c.230G>A p.R77Q TYR 2 €.929_930insC p.R311Kfs*7 WES
362 2 TYR 1 c.655G>A p.E219K TYR 2 c.832C>T p.R278X WES
363 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 WES
364 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 c425A>T p.K142M WES
365 2 TYR 2 c.832C>T p.R278X TYR 4 c.1199G>T p.W400L WES
366 2 TYR 4 €.1288_1291dupATAC p.F431Hfs*8 TYR 4 €.1288_1291dupATAC p.F431Hfs*8 WES
367 2 TYR 2 c.896G>A p.R299H TYR 5 c.1425G>A p.W475X WES
368 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 WES
369 2 TYR 2 €.929 930insC p.R311Kfs*7 TYR Int2 c.1037-7T>A - WES
370 2 TYR 1 c.71G>A p.C24Y TYR 1 c.164G>A p.C55Y WES
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371 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H WES
372 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929 930insC p.R311Kfs*7 WES
373 2 TYR 1 ¢.56A>G p.H19R TYR 2 c.896G>A p.R299H WES
374 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR Int2 c.1037-7T>A -—-- WES
375 2 TYR 1 €.346C>T p.R116X TYR 2 c.896G>A p.R299H WES
376 2 TYR 1 c.632A>G p.H211R TYR 2 c.895C>T p.R299C WES
377 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929 930insC p.R311Kfs*7 WES
378 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929 930insC p.R311Kfs*7 WES
379 2 TYR 2 c.865T>C p.C289R TYR 2 €.865T>C p.C289R WES
380 2 TYR 2 c.832C>T p.R278X TYR 5 €.1534C>T p.Q512X WES
381 2 TYR 2 c.832C>T p.R278X TYR 2 €.865T>C p.C289R WES
382 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
383 2 TYR 2 c.896G>A p.R299H TYR 4 c.1199G>T p.W400L WES
384 2 TYR Intl ¢.820-1G>C ---- TYR 2 €.929_930insC p.R311Kfs*7 WES
385 2 TYR 1 c.655G>A p.E219K TYR 3 c.1080_1091del12 p.S361_N364del WES
386 2 TYR 1 c.164G>A p.C55Y TYR Int2 c.1037-7T>A ---- WES
387 2 TYR 2 c.896G>A p.R299H TYR 2 c.896G>A p.R299H WES
388 2 TYR 2 c.896G>A p.R299H TYR 5 €.1379_1380delTT p.F460Sfs*5 WES
389 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 5 c.1425G>A p.W475X WES
390 2 TYR 1 c.71G>A p.C24Y TYR 1 €.346C>T p.R116X WES
391 2 TYR 2 c.896G>A p.R299H TYR 2 c.1031T>G p.L344R WES
392 2 TYR 1 c.71G>A p.C24Y TYR 2 €.929 930insC p.R311Kfs*7 WES
393 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 ¢.929 930insC p.R311Kfs*7 WES
394 2 TYR 1 c.758G>A p.G253E TYR 2 €.832C>T p.R278X WES
395 2 TYR 1 c.655G>A p.E219K TYR 2 c.896G>A p.R299H WES
396 2 TYR 4 ¢.1199G>T p.W400L TYR Int4 c.1366+3A>T ---- WES
397 2 TYR 1 €.229C>T p.R77TW TYR 2 c.832C>T p.R278X WES
398 2 TYR 2 €.832C>T p.R278X TYR 2 €.929 930insC p.R311Kfs*7 WES
399 2 TYR 4 c.1195C>T p.Q399X TYR 4 c.1283C>T p.P428L WES
400 2 TYR 1 c.758G>A p.G253E TYR 2 €.929 930insC p.R311Kfs*7 WES
401 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 ¢.896G>A p.R299H WES
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402 2 TYR 1 c.164G>A p.C55Y TYR 2 €.929_930insC p.R311Kfs*7 WES
403 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 4 c.1199G>T p.W400L WES
404 2 TYR 2 c.832C>T p.R278X TYR 2 €.937_939dupCCC p.P313dup WES
405 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 WES
406 2 TYR 1 ¢.230G>A p.R77Q TYR 4 ¢.1199G>T p.W400L WES
407 2 TYR 4 c.1199G>T p.W400L TYR 1 €.230_232dupGGG p.R77_E78insG WES
408 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
409 2 TYR 1 c.346C>T p.R116X TYR 1 €.346C>T p.R116X WES
410 2 TYR 2 €.832C>T p.R278X TYR 2 c.896G>A p.R299H WES
411 2 TYR 1 c.230G>A p.R77Q TYR 1 c425A>T p.K142M WES
412 2 TYR 1 c.230G>A p.R77Q TYR 2 €.929_930insC p.R311Kfs*7 WES
413 2 TYR 1 c425A>T p.K142M TYR 2 €.929_930insC p.R311Kfs*7 WES
414 2 TYR 2 c.896G>A p.R299H TYR 3 ¢.1109T>C p.M370T WES
415 2 TYR 2 c.832C>T p.R278X TYR 4 c.1195C>T p.Q399X WES
416 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 WES
417 2 TYR 2 c.832C>T p.R278X TYR 2 c.896G>A p.R299H WES
418 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1199G>T p.W400L WES
419 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.896G>A p.R299H WES
420 2 TYR 1 c.346C>T p.R116X TYR 1 €.346C>T p.R116X WES
421 2 TYR 2 c.895C>T p.R299C TYR 2 €.896G>A p.R299H WES
422 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 4 c.1199G>T p.W400L WES
423 2 TYR 1 €.346C>T p.R116X TYR 2 c.832C>T p.R278X WES
424 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 4 c.1199G>T p.W400L WES
425 2 TYR 1 c.346C>T p.R116X TYR 1 €.346C>T p.R116X WES
426 2 TYR 2 c.896G>A p.R299H TYR 4 c.1199G>T p.W400L WES
427 2 TYR 1 c.230G>A p.R77Q TYR 1 c.230G>A p.R77Q WES
428 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
429 2 TYR 2 c.895C>T p.R299C TYR 2 €.929_930insC p.R311Kfs*7 WES
430 2 TYR 1 c.164G>A p.C55Y TYR 2 c.896G>A p.R299H WES
431 2 TYR 2 c.895C>A p.R299S TYR 2 c.896G>A p.R299H WES
432 2 TYR 2 c.832C>T p.R278X TYR 2 c.832C>T p.R278X WES
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433 2 TYR 2 c.896G>A p.R299H TYR Int4 c.1366+3A>T ---- WES
434 2 TYR 2 €.832C>T p.R278X TYR 2 €.832C>T p.R278X WES
435 2 TYR 4 c.1199G>T p.W400L TYR 4 ¢.1199G>T p.W400L WES
436 2 TYR 2 c.832C>T p.R278X TYR 2 €.929_930insC p.R311Kfs*7 WES
437 2 TYR 2 c.896G>A p.R299H TYR 3 c.1130T>A p.V377E WES
438 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
439 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 WES
440 2 TYR 2 c.896G>A p.R299H TYR Int2 c.1037-7T>A ---- WES
441 2 TYR 2 €.832C>T p.R278X TYR 2 c.865T>C p.C289R WES
442 2 TYR 1 c.655G>A p.E219K TYR 2 c.896G>A p.R299H WES
443 2 TYR Int4 c.1366+3A>T ---- TYR Int4 c.1366+3A>T ---- WES
444 2 TYR 1 c.158G>A p.G53D TYR 2 €.896G>A p.R299H WES
445 2 TYR 1 ¢.155G>T p.R52I TYR 2 €.896G>A p.R299H WES
446 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1255G>A p.G419R WES
447 2 TYR 1 c.819G>T p.Q273H TYR 4 c.1199G>T p.W400L WES
448 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929_930insC p.R311Kfs*7 WES
449 2 TYR 1 €.346C>T p.R116X TYR 2 €.929_930insC p.R311Kfs*7 WES
450 2 TYR 1 c.757G>A p.G253R TYR 2 €.929_930insC p.R311Kfs*7 WES
451 2 TYR 2 c.832C>T p.R278X TYR 2 €.896G>A p.R299H WES
452 2 TYR 1 c.346C>T p.R116X TYR 4 c.1199G>T p.W400L WES
453 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 €.230_232dupGGG p.R77_E78insG WES
454 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 1-4 Ex.1-4del ---- WES+MLPA
455 2 TYR 3 c.1184+5G>A ---- TYR 3 c.1184+5G>A ---- WES
456 2 TYR 4 c.1265G>A p.R422Q TYR 2 €.929_930insC p.R311Kfs*7 WES
457 2 TYR 1 c.71G>A p.C24Y TYR 1 €.346C>T p.R116X WES
458 2 TYR 1 c472C>T pQ158X TYR 2 c.896G>A p.R299H WES
459 2 TYR 2 c.896G>A p.R299H TYR 2 €.902C>G p.P301R WES
460 2 TYR 2 €.832C>T p.R278X TYR 2 c.896G>A p.R299H WES
461 2 TYR 4 c.1199G>T p.W400L TYR 4 c.1199G>T p.W400L WES
462 2 TYR 4 c.1199G>T p.W400L TYR 4 ¢.1199G>T p.W400L WES
463 2 TYR 4 c.1195C>T p.Q399X TYR 4 ¢.1199G>T p.W400L WES
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464 2 TYR 2 c.832C>T p.R278X TYR 2 c.896G>A p.R299H WES
465 2 TYR 1 c.230G>A p.R77Q TYR 1 .346C>T p.R116X WES
466 2 TYR 1 c.715C>T p.R239W TYR 2 ¢.929_930insC p.R311Kfs*7 WES
467 2 TYR 1 .230G>A p.R77Q TYR 1 C.758G>A p.G253E WES
468 2 TYR 1 c425A>T p.K142M TYR 1 CA25A>T p.K142M WES
469 2 TYR 2 c.896G>A p.R299H TYR 2 ¢.929_930insC p.R311Kfs*7 WES
470 2 TYR 1 c.230G>A p.R77Q TYR 1 c.655G>A p.E219K WES
471 2 TYR 1 .346C>T p.R116X TYR 2 c.896G>A p.R299H WES
472 2 TYR 1 c.230G>A p.R77Q TYR 2 .896G>A p.R299H WES
473 2 TYR 1 C.755T>A p.M252K TYR 2 ¢.929_930insC p.R311Kfs*7 WES
474 2 TYR 2 ¢.929_930insC p.R311Kfs*7 TYR 4 c1199G>T p.WA400L WES
475 2 TYR 2 .832C>T p.R278X TYR 2 .896G>A p.R299H WES
476 2 TYR 2 .832C>T p.R278X TYR 2 ¢.929_930insC p.R311Kfs*7 WES
477 2 TYR 2 c.896G>A p.R299H TYR 2 ¢.929_930insC p.R311Kfs*7 WES
478 2 TYR 1 c.230G>A p.R77Q TYR 4 c1199G>T p.W400L WES
479 2 TYR 1 c.164G>A p.C55Y TYR 4 c.1265G>A p.R422Q WES
480 2 TYR 1 ¢.230_232dupGGG p.R77_E78insG TYR 2 .896G>A p.R299H WES
481 2 TYR 1 CA425A>T p.K142M TYR 4 ¢1199G>T p.W400L WES
482 2 TYR 1 ¢.230_232dupGGG p.R77_E78insG TYR 2 c.895C>A p.R299S WES
483 2 TYR 2 .832C>T p.R278X TYR 2 .895C>A p.R299S WES
484 2 TYR 1 ¢.559_560ins25 p.G190Cfs*12 TYR 2 c.895C>A p.R2995 WES
485 2 TYR 1 c.819G>T p.Q273H TYR 2 .832C>T p.R278X WES
486 2 TYR 1 ¢.230_232dupGGG p.R77_E78insG TYR 2 ¢.937_939dupCCC p.P313dup WES
487 2 TYR 1 C.542A>G p.Y181C TYR 1 C542A>G p.Y181C WES
488 2 TYR 4 ¢1199G>T p.W400L TYR 4 c1199G>T p.W400L WES
489 2 TYR 1 c.70T>C p.C24R TYR 1 c.70T>C p.C24R WES
490 2 TYR 1 c157G>A p.GI53S TYR 1 c157G>A p.G53S WES
491 2 TYR 4 c1199G>T p.W400L TYR 4 c1199G>T p.W400L WES
492 2 TYR 2 c.896G>A p.R299H TYR 2 .896G>A p.R299H WES
493 2 TYR 1 ¢.230_232dupGGG p.R77_E78insG TYR 2 ¢.929_930insC p.R311Kfs*7 WES
494 2 TYR 1 C.741C>A p.C247X TYR 4 ¢1199G>T p.W400L WES
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495 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
496 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.896G>A p.R299H WES
497 2 TYR 1 ¢.819G>T p.Q273H TYR 4 ¢.1193A>G p.E398G WES
498 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
499 2 TYR 1 €.324G>A p.W108X TYR 2 €.929_930insC p.R311Kfs*7 WES
500 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1199G>T p.W400L WES
501 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
502 2 TYR 2 c.896G>A p.R299H TYR Int2 c.1037-7T>A ---- WES
503 2 TYR 1 €.346C>T p.R116X TYR 2 c.896G>A p.R299H WES
504 2 TYR 1 c.115T>C p.W39R TYR 2 €.929_930insC p.R311Kfs*7 WES
505 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929_930insC p.R311Kfs*7 WES
506 2 TYR 4 c.1199G>T p.W400L TYR 4 c.1204C>T p.R402X WES
507 2 TYR 1 c.230G>A p.R77Q TYR 1 €.346C>T p.R116X WES
508 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 €.929_930insC p.R311Kfs*7 WES
509 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
510 2 TYR Intl ¢.820-3C>G ---- TYR 4 c.1199G>T p.W400L WES
511 2 TYR 2 c.895C>T p.R299C TYR 2 €.929_930insC p.R311Kfs*7 WES
512 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 1 €.230_232dupGGG p.R77_E78insG WES
513 2 TYR 1 c.758G>A p.G253E TYR 2 c.976C>T p.Q326X WES
514 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 4 c.1292C>T p.P431L WES
515 2 TYR 1 €.230_232dupGGG p.R77_E78insG TYR 2 c.1022G>A p.R341K WES
516 2 TYR 1 c.164G>A p.C55Y TYR 1 c.706T>C p.W236R WES
517 2 TYR 2 c.896G>A p.R299H TYR 2 €.929_930insC p.R311Kfs*7 WES
518 2 TYR 1 c.115T>C p.W39R TYR 4 c.1204C>T p.R402X WES
519 2 TYR 1 c.346C>T p.R116X TYR 2 c.832C>T p.R278X WES
520 2 TYR 1 c.71G>A p.C24Y TYR 1 €.819G>T p.Q273H WES
521 2 TYR 2 c.896G>A p.R299H TYR 3 c.1043C>A p.A348D WES
522 2 TYR 2 €.929_930insC p.R311Kfs*7 TYR 2 €.929_930insC p.R311Kfs*7 WES
523 1 TYR 2 c.896G>A p.R299H WES
524 1 TYR 1 c.24C>A p.C8X WES
525 1 TYR 2 c.896G>A p.R299H WES
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526 1 TYR 1 c.164G>A p.C55Y Sanger
527 1 TYR 2 c.832C>T p.R278X Sanger
528 1 TYR 2 c.896G>A p.R299H Sanger
529 1 TYR 2 €.929_930insC p.R311Kfs*7 Sanger
530 1 TYR 4 c.1199G>T p.W400L Sanger
531 1 TYR 4 c.1199G>T p.W400L Sanger
532 TYR 4 c.1193A>G p.E398G Sanger
533 TYR 4 c.1265G>A p.R4220Q Sanger
692 2 OCA2 14 c.1426A>G p.N476D OCA2 14 c.1426A>G p.N476D Sanger
693 2 OCA2 4 c.406C>T p.R136X OCA2 15 c.1636G>A p.E546K Sanger
694 2 OCA2 11 c.1160C>T p.T387M OCA2 10 ¢.980dupT ---- Sanger
695 2 OCA2 6 ¢.593C>T p.P198L OCA2 15 c.1504G>A p.G502S NGS

696 2 OCA2 14 c.1441G>A p.A481T OCA2 13 c.1297G>T p.A433S Sanger
697 2 OCA2 9 c.1001C>T p.A334V OCA2 13 €.1327delGTCACCAC ---- Sanger
698 2 OCA2 19 c.20517>G p.F684C OCA2 19 c.2074A>T p.M692L Sanger
699 2 OCA2 13 ¢.1363A>G p.R455G OCA2 18 c.1888T>A p.L630M Sanger
700 2 OCA2 10 c.1079C>T p.S360F OCA2 10 ¢.1079C>T p.S360F Sanger
701 2 OCA2 Int22 €.2339-2A>C ---- OCA2 21 €.2158C>T p.R720C Sanger
702 2 OCA2 23 €.2344G >A p.G782R OCA2 14 c.1441G>A p.A481T NGS

703 2 OCA2 Int7 ¢.808-3C>G -—-- OCA2 14 c.1426A>G p.N476D NGS

704 2 OCA2 Int7 ¢.808-3C>G ---- OCA2 22 €.2323G>C p.G775R NGS

705 2 OCA2 14 c.1441G>A p.A481T OCA2 7 c.776delC ---- Sanger
706 2 OCA2 21 c.2221A>C p.N741H OCA2 13 €.1349C>T p.T450M Sanger
707 2 OCA2 6 €.593C>T p.P198L OCA2 23 €.2363C>T p.S788T Sanger
708 2 OCA2 13 c.1255C>T p.R419W OCA2 13 ¢.1255C>T p.R419W Sanger
709 2 OCA2 4 c.406C>T p.R136X OCA2 4 c.493C>T p.R165X Sanger
710 2 OCA2 c.593C>T p.P198L OCA2 6 ¢.593C>T p.P198L Sanger
711 2 OCA2 17 c.1832T7>C p.L611P OCA2 Int11 c.1182+1G>A ---- NGS

712 2 OCA2 Int19 ¢.2080-2A>G ---- OCA2 12 ¢.1220T>G p.F407C NGS

713 2 OCA2 14 c.1444A>G p.T482A OCA2 Int7 ¢.808-3C>G ---- NGS

714 2 OCA2 13 c.1255C>T p.R419W OCA2 7 c.791G>A p.W264S Sanger

24




715 2 OCA2 22 c.2327C>A p.A776D OCA2 11 c.1177G>A ---- Sanger
716 2 OCA2 2 c.168delC ---- OCA2 10 c.1058C>T p.T353l Sanger
717 2 OCA2 14 c.1447G>T p.A483S OCA2 14 c.1448C>T p.A483V Sanger
718 2 OCA2 10 c.1079C>T p.S360F OCA2 11 c.1160C>T p.T387M Sanger
719 2 OCA2 14 ¢.1430T7>C p477T OCA2 23 €.2363C>T p.S788T Sanger
720 2 OCA2 3 c.247C>T p.Q83X OCA2 13 c.1275G>T p.M425] Sanger
721 2 OCA2 14 c.1426A>G p.N476D OCA2 2 c.1832T7>C p.L611P Sanger
722 2 OCA2 Int22 €.2239-2A>C ---- OCA2 22 c.2251G>A p.V751M Sanger
723 2 OCA2 2 c.196delC -—-- OCA2 13 c.1255C>T p.R419W Sanger
724 2 OCA2 12 c.1211C>T p.T404M OCA2 14 c.1441G>A p.A481T Sanger
725 2 OCA2 23 €.2360C>T p.A787V OCA2 9 c.849G>T p.S283R Sanger
726 2 OCA2 Int7 c.807+1G>T ---- OCA2 Int7 c.807+1G>T ---- WES
727 2 OCA2 14 c.1441G>A p.A481T OCA2 Int11 c.1182+1G>A ---- NGS
728 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 22 €.2248C>A p.P750T NGS
729 2 OCA2 14 c.1441G>A p.A481T OCA2 7 c.727C>T p.R243C NGS
730 2 OCA2 23 €.2363C>T p.S788L OCA2 4 c.406C>T p.R136X NGS
731 2 OCA2 9 c.913C>T p.R305W OCA2 9 c.1001C>T p.A334V NGS
732 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 Int5 c.573+5G>A ---- NGS
733 2 OCA2 11 c.1160C>T p.T387M OCA2 21 €.2228C>T p.P743L NGS
734 2 OCA2 4 c.406C>T p.R136X OCA2 4 c406C>T p.R136X NGS
735 2 OCA2 20 c.2080G>A p.A694T OCA2 23 c.2359G>A p.A787T NGS
736 2 OCA2 17 c.1832T7>C p.L611P OCA2 17 c.1832T7>C p.L611P NGS
737 2 OCA2 14 c.1441G>A p.A481T OCA2 22 €.2323G>A p.G775S NGS
738 2 OCA2 14 c.1441G>A p.A481T OCA2 Int11 c.1182+1G>A ---- NGS
739 2 OCA2 15 c.1526C>T p.T509I OCA2 24 €.2438G>T p.G813V NGS
740 2 OCA2 4 c406C>T p.R136X OCA2 24 €.2491G>C p.A831P NGS
741 2 OCA2 13 c.1255C>T p.R419W OCA2 13 c.1255C>T p.R419W NGS
742 2 OCA2 13 c.1349C>T p.T450M OCA2 13 c.1349C>T p.T450M NGS
743 2 OCA2 3 c.247C>T p.Q83X OCA2 23 €.2344G>A p.G782R NGS
744 2 OCA2 13 c.1255C>T p.R419W OCA2 Int23 €.2432+1G>A ---- NGS
745 2 OCA2 12 ¢.1210A>G p.T404A OCA2 13 c.1288T>C p.C430R NGS
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746 2 OCA2 13 c.1262G>A p.R421Q OCA2 13 c.1363A>G p.R455G NGS
747 2 OCA2 €.980dupT ---- OCA2 13 c.1255C>T p.R419W NGS
748 2 OCA2 c.406C>T p.R136X OCA2 13 c.1255C>T p.R419W NGS
749 2 OCA2 c.727C>T p.R243C OCA2 14 €.1397_1398delAA ---- NGS
750 2 OCA2 11 c.1160C>T p.T387M OCA2 Int14 c.1504-1G>C ---- NGS
751 2 OCA2 14 c.1441G>A p.A481T OCA2 23 c.2359G>A p.A787T NGS
752 2 OCA2 13 c.1358C>T p.T453l OCA2 Int14 c.1504-2A>G ---- NGS
753 2 OCA2 14 c.1441G>A p.A481T OCA2 4 c.406C>T p.R136X NGS
754 2 OCA2 Int6 c.647-2A>G ---- OCA2 2 c.156delC p.R53Gfs*49 NGS
755 2 OCA2 14 c.1441G>A p.A481T OCA2 14 c.1426A>G p.N476D NGS
756 2 OCA2 14 c.1441G>A p.A481T OCA2 Int11 c.1182+1G>A ---- NGS
757 2 OCA2 16 c.1663C>T p.R555C OCA2 9 c.947T>G p.L316R NGS
758 2 OCA2 13 c.1349C>T p.T450M OCA2 14 c.1441G>A p.A481T NGS
759 2 OCA2 c406C>T p.R136X OCA2 Int9 c.1045-97>G ---- NGS
760 2 OCA2 €.944C>G p.P315R OCA2 Int7 c.808-3C>G ---- NGS
761 2 OCA2 13 c.1255C>T p.R419W OCA2 23 €.2359G>A p.A787T NGS
762 2 OCA2 3 c.247C>T p.Q83X OCA2 11 ---- p.E381G Sanger
763 2 OCA2 Int23 €.2339+1G>A ---- OCA2 Int23 €.2339+1G>A ---- Sanger
764 2 OCA2 13 c.1349C>T p.T450M OCA2 13 c.1349C>T p.T450M Sanger
765 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 22 €.2323G>C p.G775R NGS
766 2 OCA2 6 c.805C>T p.Q269X OCA2 5 c.587T>C p.L196P Sanger
767 2 OCA2 7 €.824C>T p.T275M OCA2 21 €.2249C>T p.P750L Sanger
768 2 OCA2 9 €.980dupT ---- OCA2 22 c.2251G>A p.V751M Sanger
769 2 OCA2 22 €.2323G>A p.G775S OCA2 13 c.1363A>G p.R455G WES
770 2 OCA2 23 €.2344G >A p.G782R OCA2 23 €.2344G>A p.G782R Sanger
771 2 OCA2 9 c.849G>T p.S283R OCA2 Int11 c.1182+1G>A ---- NGS
772 2 OCA2 18 c.1844A>G p.H615R OCA2 10-14 Ex.10-14del ---- NGS+MLPA
773 2 OCA2 21 c.2155C>T p.Q719X OCA2 Int21 €.2245-6C>G ---- NGS
774 2 OCA2 14 c.1441G>A p.A481T OCA2 14 c.1433G>A p.G478E NGS
775 2 OCA2 24 €.2438G>T p.G813V OCA2 24 €.2438G>T p.G813V NGS
776 2 OCA2 13 c.1327G>A p.V443| OCA2 13 c.1349C>T p.T450M NGS
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777 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 5 c.535A>G p.K179E NGS
778 2 OCA2 14 c.1465A>T p.N489Y OCA2 13 c.1265G>T p.R119L NGS
779 2 OCA2 4 c.478delG ---- OCA2 21 €.2228C>T p.P743L NGS
780 2 OCA2 13 c.1327G>A p.V443| OCA2 19 €.20217>C p.L674P NGS
781 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 14 c.1441G>A p.A481T NGS
782 2 OCA2 24 €.2491G>C p.A831P OCA2 Int18 ¢.1951+1G>C ---- WES
783 2 OCA2 9 €.950delT p.L317X OCA2 9 c.950delT p.L317X WES
784 2 OCA2 4 c.406C>T p.R136X OCA2 4 c.406C>T p.R136X WES
785 2 OCA2 13 c.1349C>T p.T450M OCA2 3 c.247C>T p.Q83X WES
786 2 OCA2 20 €.2093T>G p.L698R OCA2 2 c.157delA p.AR53Gfs*49 WES
787 2 OCA2 15 ¢.1560_1562delCCT p.L521del OCA2 13 c.1255C>T p.R419W WES
788 2 OCA2 23 €.2344G >A p.G782R OCA2 10 c.1064C>A p.A355E WES
789 2 OCA2 8 €.863_886del24 p.M288_L295del OCA2 6 ¢.593C>T p.P198L WES
790 2 OCA2 14 c.1426A>G p.N476D OCA2 4 c.406C>T p.R136X WES
791 2 OCA2 Int20 €.2140-2A>G ---- OCA2 6 c.632C>T p.P211L WES
792 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 Int11 c.1182+1G>A ---- WES
793 2 OCA2 17 c.18327>C p.L611P OCA2 Int7 c.808-3C>G ---- WES
794 2 OCA2 23 €.2359G>A p.A787T OCA2 4 c.406C>T p.R136X WES
795 2 OCA2 14 c.1426A>G p.N476D OCA2 Int7 ¢.808-3C>G ---- WES
796 2 OCA2 21 €.2228C>T p.P743L OCA2 13 c.1349C>T p.T450M WES
797 2 OCA2 11 c.1178G>T p.G393V OCA2 c.406C>T p.R136X WES
798 2 OCA2 23 €.2363C>T p.S788L OCA2 c.406C>T p.R136X WES
799 2 OCA2 12 c.1211C>T p.T404M OCA2 10 c.1079C>T p.S360F WES
800 2 OCA2 14 c.1426A>G p.N476D OCA2 14 c.1426A>G p.N476D WES
801 2 OCA2 23 €.2359G>A p.A787T OCA2 Int7 ¢.808-3C>G ---- WES
802 2 OCA2 Int22 €.2339-2A>C ---- OCA2 4 c.406C>T p.R136X WES
803 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 Int11 c.1182+1G>A ---- WES
804 2 OCA2 14 c.1444A>G p.T482A OCA2 14 c.1426A>G p.N476D WES
805 2 OCA2 14 ¢.1405_1406delinsC p.1469Lfs*4 OCA2 Int11 c1182+1G>A ---- WES
806 2 OCA2 21 €.2228C>T p.P743L OCA2 18 c.1884_1885delAG p.L630Gfs*19 WES
807 2 OCA2 23 €.2363C>T p.S788L OCA2 10 ¢.980dupT ---- WES
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808 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 Int11 c.1182+1G>A ---- WES
809 2 OCA2 13 €.1278delinsTATCAT p.M428Ifs*27 OCA2 9 €.913C>T p.R305W WES
810 2 OCA2 Int21 €.2245-6C>G ---- OCA2 13 c.1349C>T p.T450M WES
811 2 OCA2 10 ¢.1054A>G p.R352G OCA2 9 ¢.1001C>T p.A334V WES
812 2 OCA2 13 c.1349C>T p.T450M OCA2 4 c.406C>T p.R136X WES
813 2 OCA2 23 €.2363C>T p.S788L OCA2 23 €.2359G>A p.A787T WES
814 2 OCA2 13 c.1349C>T p.T450M OCA2 8 c.889delA p.R297Efs*21 WES
815 2 OCA2 15 €.1596dupG p.N533Efs*6 OCA2 13 c.1278delinsTATCAT p.M428Ifs*27 WES
816 2 OCA2 23 €.2359G>A p.A787T OCA2 4 c.406C>T p.R136X WES
817 2 OCA2 21 €.2180T>C p.L727P OCA2 13 c.1349C>T p.T450M WES
818 2 OCA2 Int7 ¢.808-3C>G ---- OCA2 Int7 ¢.808-3C>G ---- WES
819 2 OCA2 14 c.1426A>G p.N476D OCA2 6 €.593C>T p.P198L WES
820 2 OCA2 23 €.2359G>A p.A7T87TT OCA2 13 €.1255C>T p.R419W WES
821 2 OCA2 22 €.2323G>A p.G775S OCA2 4 c.406C>T p.R136X WES
822 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 9 c.1001C>T p.A334V WES
823 2 OCA2 19 ¢.2030T>G p.V677G OCA2 14 c.1426A>G p.N476D WES
824 2 OCA2 4 c.406C>T p.R136X OCA2 16-21 Ex.16-21del ---- WES+MLPA
825 2 OCA2 Int11 c.1182+1G>A splice-5 OCA2 2-11 Ex.2-11del ---- WES+MLPA
826 2 OCA2 4 c.493C>T p.R165X OCA2 3-22 Ex.3-22del ---- WES+MLPA
827 2 OCA2 Int7 ¢.808-3C>G ---- OCA2 2-7 Ex.2-7del ---- WES+MLPA
828 2 OCA2 14 c.1426A>G p.N476D OCA2 8 €.863_886del24 p.M288_L295del WES
829 2 OCA2 24 €.2491G>C p.A831P OCA2 Int7 c.807+1G>T ---- WES
830 2 OCA2 4 c.406C>T p.R136X OCA2 2 c.168delC p.Q58Rfs*44 WES
831 2 OCA2 23 €.2359G>A p.A787T OCA2 1-24 Ex.1-24del ---- WES+MLPA
832 2 OCA2 14 c.1444A>G p.T482A OCA2 6 €.632C>T p.P211L WES
833 2 OCA2 16 ¢.1700A>T p.ES67V OCA2 4 c.406C>T p.R136X WES
834 2 OCA2 14 c.1441G>A p.A481T OCA2 Int8 c.808-1G>C ---- WES
835 2 OCA2 17 c.1832T>C p.L611P OCA2 Int7 ¢.808-3C>G ---- WES
836 2 OCA2 13 c.1349C>T p.T450M OCA2 10-14 Ex.10-14del ---- WES+MLPA
837 2 OCA2 Int23 €.2433-6T>A ---- OCA2 23 €.2339G>A p.G780D WES
838 2 OCA2 22 €.2323G>A p.G775S OCA2 4 c.406C>T p.R136X WES
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839 2 OCA2 22 €.2323G>A p.G775S OCA2 13 c.1255C>T p.R419W WES
840 2 OCA2 24 c.2495A>C p.H832P OCA2 10 €.980dupT ---- WES
841 2 OCA2 23 €.2359G>A p.A787T OCA2 Int11 c1182+1G>A ---- WES
842 2 OCA2 23 €.2363C>T p.S788L OCA2 22 €.2323G>C p.G775R WES
843 2 OCA2 13 c.1363A>G p.R455G OCA2 Int11 c1182+1G>A ---- WES
844 2 OCA2 23 €.2344G >A p.G782R OCA2 23 c.2344G>A p.G782R WES
845 2 OCA2 22 €.2323G>C p.G775R OCA2 22 €.2323G>C p.G775R WES
846 2 OCA2 13 c.1349C>T p.T450M OCA2 4 c.406C>T p.R136X WES
847 2 OCA2 21 €2228C>T p.P743L OCA2 14 c.1426A>G p.N476D WES
848 2 OCA2 24 €.2438G>A p.G813D OCA2 13 €.1349C>T p.T450M WES
849 2 OCA2 14 c.1426A>G p.N476D OCA2 13 €.1255C>T p.R419W WES
850 2 OCA2 14 c.13677>C p.L456S OCA2 Int7 c.808-3C>G ---- WES
851 2 OCA2 15 ¢.1560_1562delCCT p.L521del OCA2 15 €.1560_1562delCCT p.L521del WES
852 2 OCA2 16 c1714C>T p.R572C OCA2 10 c.980dupT ---- WES
853 2 OCA2 13 c.1327G>A p.V443| OCA2 4 c406C>T p.R136X WES
854 2 OCA2 19 c.1964T>A p.I655N OCA2 16 c1732A>G p.K578E WES
855 2 OCA2 23 €.2359G>A p.A787T OCA2 23 €.2359G>A p.A787T WES
856 2 OCA2 17 c.18327>C p.L611P OCA2 13 €.1349C>T p.T450M WES
857 1 OCA2 16 c.1664G>A p.R555H NGS
858 1 OCA2 11 c1182G>A p.M394| WES
859 1 OCA2 4 c493C>T p.R165X WES
860 1 OCA2 c406C>T p.R136X WES
861 1 OCA2 Int9 c.1045-9T7>G ---- WES
862 1 OCA2 13 €.1255C>T p.R419W Sanger
863 1 OCA2 21 €.2170G>C p.A724P Sanger
864 1 OCA2 23 €.2360C>T p.A787V Sanger
865 1 OCA2 22 c.2327C>A p.A776D Sanger
866 1 OCA2 22 c.2327C>A p.A776D Sanger
867 1 OCA2 10 ¢.1086_1094del9 ---- Sanger
901 2 TYRP1 c.1120C>T p.R374X TYRP1 Int7 ¢.1408+135G>C ---- Sanger
902 2 TYRP1 c.1214C>A p.T405N TYRP1 7 ¢.1333dupG ---- Sanger
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903 2 TYRP1 2 c.260G>A p.R87Q TYRP1 Int5 | ¢.1262-46_1262-13del34 ---- Sanger
904 2 TYRP1 1 c.785C>T p.T262M TYRP1 3 c.1138G>T p.A380S NGS
905 2 TYRP1 3 c.551T>C p.1184T TYRP1 7 c.1332delG ---- NGS
906 2 TYRP1 5 c.1067G>A p.R356Q TYRP1 Int7 €.1408+135G>C ---- NGS
907 2 TYRP1 2 c.176C>G p.S59X TYRP1 Int7 €.1408+135G>C ---- NGS
908 2 TYRP1 3 c.536T>C p.F179S TYRP1 Int4 c.913+2T>C ---- WES
909 2 TYRP1 Int6 €.1262-1_1264dupGAT ---- TYRP1 Int6 c1262-1_1264dupGAT | ----- WES
910 2 TYRP1 5 c.1066C>T p.R356X TYRP1 5 c.1066C>T p.R356X WES
911 1 TYRP1 1 c.67_68insC p.R23Pfs*12 NGS
912 2 SLC45A2 3 c.661A>G p.S221G SLC45A2 3 c.661A>G p.S221G Sanger
913 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c.478G>C p.D160H Sanger
914 2 SLC45A2 1 ¢.152-153delTG ---- SLC45A2 2 c.481G>A p.G161R Sanger
915 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H Sanger
916 2 SLC45A2 2 c478G>C p.D160H SLC45A2 3 c.563delG ---- Sanger
917 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c.478G>C p.D160H Sanger
918 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c.478G>C p.D160H Sanger
919 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c.478G>C p.D160H Sanger
920 2 SLC45A2 2 c.478G>C p.D160H SLC45A2 6 c.1256C>T p.P419L Sanger
921 2 SLC45A2 2 c.478G>C p.D160H SLC45A2 2 c478G>C p.D160H Sanger
922 2 SLC45A2 2 c478G>C p.D160H SLC45A2 7 ¢.1519G>C p.V507L NGS
923 2 SLC45A2 2 c478G>C p.D160H SLC45A2 7 c.1456G>A p.A486T Sanger
924 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c.478G>C p.D160H Sanger
925 2 SLC45A2 2 c.478G>C p.D160H SLC45A2 5 ¢.1086-1094del 9bp ---- Sanger
926 2 SLC45A2 2 c.478G>C p.D160H SLC45A2 4 c.974T>A p.L325H Sanger
927 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H Sanger
928 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c494C>A p.A165D Sanger
929 2 SLC45A2 7 ¢.1509delC ---- SLC45A2 7 ¢.1509delC ---- Sanger
930 2 SLC45A2 7 c.1451A>G p.Q484R SLC45A2 2 c.478G>C p.D160H Sanger
931 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c.478G>C p.D160H Sanger
932 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c.478G>C p.D160H NGS
933 2 SLC45A2 2 c.478G>C p.D160H SLC45A2 6 c.1256C>T p.P419L NGS
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934 2 SLCA5A2 2 c478G>C p.D160H SLCA45A2 5 c.1122G>C p.L374F NGS
935 2 SLCA5A2 2 c478G>C p.D160H SLCA45A2 5 c.1122G>C p.L374F NGS
936 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H NGS
937 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H NGS
938 2 SLC45A2 2 c.547C>T p.H183Y SLC45A2 5 €.1122G>C p.L374F NGS
939 2 SLCA5A2 6 c.1256C>T p.P419L SLCA45A2 5 c.1122G>C p.L374F NGS
940 2 SLCA5A2 2 c478G>C p.D160H SLCA45A2 2 c478G>C p.D160H NGS
941 2 SLCA5A2 7 c.1532C>T p.A511V SLCA45A2 7 c.1456G>A p.A486T WES
942 2 SLC45A2 5 ¢.1076_1077delAG ---- SLC45A2 5 c.1122G>C p.L374F NGS
943 2 SLC45A2 7 ¢.1519G>C p.V507L SLC45A2 7 ¢.1519G>C p.V507L NGS
944 2 SLC45A2 4 ¢.1020T>G p.D340E SLC45A2 5 ¢.1090G>A p.E364K NGS
945 2 SLC45A2 6 c.1186G>A p.G396R SLC45A2 7 c.1492G>A p.V498| NGS
946 2 SLC45A2 1 ¢.305G>T p.R102L SLC45A2 6 c.1304C>A p.S435Y NGS
947 2 SLC45A2 2 c.469G>A p.D157N SLC45A2 2 c478G>C p.D160H NGS
948 2 SLC45A2 1 c.275G>A p.S92N SLC45A2 3 c.706A>C p.S236R NGS
949 2 SLC45A2 1 c.157delG ---- SLC45A2 2 c478G>C p.D160H NGS
950 2 SLC45A2 3 C.775_778dup p.L260Sfs*17 SLC45A2 2 ¢.1033-5T>G ---- NGS
951 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H Sanger
952 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H Sanger
953 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H Sanger
954 2 SLC45A2 1 c452T>C p.L151S SLC45A2 3 €.798C>G p.Y266X NGS
955 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H NGS
956 2 SLC45A2 2 c478G>C p.D160H SLC45A2 5 ¢.1090G>A p.E364K Sanger
957 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H Sanger
958 2 SLC45A2 1 ¢.328G>A p.G110R SLC45A2 1 c.276C>G p.S92R Sanger
959 2 SLC45A2 2 c478G>C p.D160H SLC45A2 5 c.1154C>A p.S385Y Sanger
960 2 SLC45A2 5 c.1102G>A p.E368K SLC45A2 5 c.1045C>T p.G349R Sanger
961 2 SLC45A2 5 c.1102G>A p.E368K SLC45A2 4 c.1016C>G p.T339R NGS
962 2 SLC45A2 2 c478G>C p.D160H SLC45A2 7 c.1424A>G p.D475G Sanger
963 2 SLC45A2 3 c.814G>A p.E272K SLC45A2 3 c.806G>T p.G269V NGS
964 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H Sanger
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965 2 SLCA5A2 2 c478G>C p.D160H SLCA45A2 6 c.1256C>T p.P419L Sanger
966 2 SLCA5A2 2 c478G>C p.D160H SLCA45A2 6 c.1304C>A p.S435Y NGS
967 2 SLC45A2 2 c478G>C p.D160H SLC45A2 7 c.1456G>A p.A486T NGS
968 2 SLC45A2 2 c478G>C p.D160H SLC45A2 6 c.1256C>T p.P419L NGS
969 2 SLC45A2 2 c478G>C p.D160H SLC45A2 6 c.1318A>G p.T440A NGS
970 2 SLCA5A2 2 c478G>C p.D160H SLCA45A2 2 c478G>C p.D160H NGS
971 2 SLCA5A2 2 c478G>C p.D160H SLCA45A2 7 c.1456G>A p.A486T WES
972 2 SLCA5A2 5 c.1045G>A p.G349R SLCA45A2 2 c.478delG p.K160Rfs*14 WES
973 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H WES
974 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H WES
975 2 SLC45A2 5 ¢.1045G>A p.G349R SLC45A2 1 c.152_153delTG p.V51Gfs*82 WES
976 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H WES
977 2 SLC45A2 4 €.1008_1009insCTGCTCAAAA p.F337Lfs*20 SLC45A2 5 c.1045G>A p.G349R WES
978 2 SLC45A2 2 c.459_470del12 p.A155_F158del SLC45A2 1 c.137A>G p.E46G WES
979 2 SLC45A2 2 c478G>C p.D160H SLC45A2 1 €.143_145delGCT p.C48del WES
980 2 SLC45A2 Int3 c.888+1G>A ---- SLC45A2 2 c.469G>A p.D157N WES
981 2 SLC45A2 7 c.1456G>A p.A486T SLC45A2 2 c478G>C p.D160H WES
982 2 SLC45A2 5 ¢.1102G>A p.E368K SLC45A2 5 c.1045G>A p.G349R WES
983 2 SLC45A2 1 €.328G>A p.G110R SLC45A2 1 €.143_145delGCT p.C48del WES
984 2 SLC45A2 7 €.1532C>T p.A511V SLC45A2 2 c478G>C p.D160H WES
985 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c.478G>C p.D160H WES
986 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H WES
987 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H WES
988 2 SLC45A2 2 c478G>C p.D160H SLC45A2 1 c.133A>G p.R45G WES
989 2 SLC45A2 5 c.1122G>C p.L374F SLC45A2 2 c478G>C p.D160H WES
990 2 SLC45A2 1 ¢.305G>A p.R102Q SLC45A2 1 c.305G>A p.R102Q WES
991 2 SLC45A2 7 c.1456G>A p.A486T SLC45A2 6 c.1256C>T p.P419L WES
992 2 SLC45A2 Int4 ¢.1032+1G>T ---- SLC45A2 2 c.478G>C p.D160H WES
993 2 SLC45A2 7 c.1456G>A p.A486T SLC45A2 1 c.366T>A p.N122K WES
994 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c478G>C p.D160H WES
995 2 SLC45A2 5 ¢.1045G>A p.G349R SLC45A2 1 €.143_145delGCT p.C48del WES
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996 2 SLC45A2 7 c.1456G>A p.A486T SLC45A2 2 c.478G>C p.D160H WES
997 2 SLC45A2 2 c.478G>C p.D160H SLC45A2 1 c.133A>G p.R45G WES
998 2 SLC45A2 3 €.869dupA p.N290Kfs*6 SLC45A2 2 c.478G>C p.D160H WES
999 2 SLC45A2 6 ¢.1304C>A p.S435Y SLC45A2 5 c.1045G>A p.G349R WES
1000 2 SLC45A2 4 c.1020T>G p.D340E SLC45A2 1 c.133A>G p.R45G WES
1001 2 SLC45A2 2 c.478G>C p.D160H SLC45A2 2 c.478G>C p.D160H WES
1002 2 SLC45A2 7 c.1456G>A p.A486T SLC45A2 1 c.143_145delGCT p.C48del WES
1003 2 SLC45A2 1 c.328G>A p.G110R SLC45A2 1 c.328G>A p.G110R WES
1004 2 SLC45A2 2 c478G>C p.D160H SLC45A2 2 c.459_470del12 p.A155_F158del WES
1028 2 SLC45A2 3 c.888G>A p.Q296Q SLC45A2 1 Ex.1del ---- WES
1029 1 SLC45A2 2 c478G>C p.D160H Sanger
1030 1 SLC45A2 2 c478G>C p.D160H Sanger
1031 1 SLC45A2 7 c.1456G>A p.A486T Sanger
1041 2 SLC24A5 7 €.922delT p.W306Gfs*13 SLC24A5 €.983dupA p.F329Vfsx74 WES
1042 2 SLC24A5 8 c.1148A>G p.D383G SLC24A5 c.1361dupT p.L454Ffs*33 WES
1046 2 HPS1 13 c.1189C>T p.Q397X HPS1 c.301delA p.S101Afs*23 NGS
1047 2 HPS1 7 c.517C>T p.R173X HPS1 19 ¢.1932delC p.L668P WES
1048 2 HPS1 13 c.12837>G p.L428R HPS1 Int5 c.398+5G>A ---- WES
1049 2 HPS1 19 ¢.1932delC p.Y645Tfs*? HPS1 14 €.1340_1341insT p.T448Lfs*5 WES
1050 2 HPS1 12 ¢.1099dupC p.T368Hfs*85 HPS1 12 ¢.1099dupC p.T368Hfs*85 WES
1051 2 HPS1 Int5 €.398+5G>A ---- HPS1 €.355_358delCACT p.H119Lfs*4 WES
1052 2 HPS1 19 ¢.1932delC p.Y645Tfs*? HPS1 c.517C>T p.R173X WES
1053 2 HPS1 11 ¢.972dupC p.M325Hfs*128 HPS1 11 c.972dupC p.M325Hfs*128 WES
1054 1 HPS1 18 c.1766C>T p.A589V WES
1075 2 HPS3 2 c.449T>A p.V150D HPS3 10 c.1838C>G p.S613X WES
1076 1 HPS3 10 c.1838C>G p.S613X WES
1084 2 HPS4 4 c.148C>T p.Q50X HPS4 Int5 c.1713+5G>C ---- Sanger
1085 2 HPS4 8 c.649C>T p.R217X HPS4 4 c.148C>T p.Q50X WES
1091 2 HPS6 1 c.257G>A p.W86X HPS6 1 c.2038C>T p.Q680X WES
1101 1 GPR143 6 c.251G>A p.G84D Sanger
1102 1 GPR143 3 c.943G>T p.G315X Sanger
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1103 1 GPR143 1 €.223_228dupGCTGCC p.A75_A76dup Sanger
1104 1 GPR143 1 ¢.31_33del p.Clldel Sanger
1105 1 GPR143 4 c.482C>T p.A161V Sanger
1106 1 GPR143 1 €.248T7>C p.L83P Sanger
1107 1 GPR143 6 c.733C>T p.R245X Sanger
1108 1 GPR143 1 €.223_228delGCTGC p.A75_A76del Sanger
1109 1 GPR143 6 €.709_711delAGG p.P237del Sanger
1110 1 GPR143 5 €.601_602delinsG p.L204Gfs*14 Sanger
1111 1 GPR143 7 c.817C>T p.Q273X Sanger
1112 1 GPR143 2 ¢.280G>T p.G96X Sanger
1113 1 GPR143 7 c.846delA p.K282Nfsx17 Sanger
1114 1 GPR143 2 c.278delT p.L93X Sanger
1115 1 GPR143 1 €.237_239delTCT p.L80del Sanger
1116 1 GPR143 6-8 Ex.6-8del ---- Sanger
1117 1 GPR143 4 c486G>A p.W162X WES

1118 1 GPR143 2 ¢.280G>T p.G94X Sanger
1119 1 GPR143 1-4 Ex.1-4del -—-- Sanger
1120 1 GPR143 Int2 c.360+2T>A splice-5 NGS

1121 1 GPR143 1 €.208_218del11 ---- NGS

1122 1 GPR143 7 c.778A>G p.N260D WES

1123 1 GPR143 5 c.640C>T p.Q214X WES

1124 1 GPR143 5 c.623C>A p.A208E WES

NGS: T AR WES: 4xfhR 7 4Llfr; MLPA: 2 HOEBRMKIBIMERE Y HE; oPCR: ERE SRR Int: WET. EAFZAT TS RERREK
AL o
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FhFER S2: ANRTHEAFNFE KA R

Subtype Distribution Frequencies
Chinese (cases) European Japanese
OCA-1 62.1% (666) 41.80% 26.20%
OCA-2 17.4% (187) 27.90% 11.00%
OCA-3 0.9% (10) 2.10% 1.40%
OCA-4 10.9% (116) 10.50% 33.10%
OCA-6 0.5% (5) 3.10% 0.00%
OCA-7 0.0% (0) 0.40% 0.00%
OCA-8 0.0% (0) 0.00% 0.00%
OA-1 3.4% (36) 7.00% 0.00%
FHONDA 0.0% (0) 0.60% 0.00%
HPS-1 2.4% (26) 2.40% 19.30%
HPS-2 0.1% (1) 0.00% 0.70%
HPS-3 0.8% (8) 0.30% 2.10%
HPS-4 0.3% (3) 0.30% 2.80%
HPS-5 0.4% (4) 1.40% 0.70%
HPS-6 0.8% (9) 1.70% 2.10%
HPS-7 0.0% (0) 0.10% 0.00%
HPS-8 0.0% (0) 0.30% 0.00%
HPS-9 0.1% (1) 0.00% 0.70%
HPS-10 0.0% (0) 0.00% 0.00%
HPS-11 0.0% (0) 0.00% 0.00%
CHS-1 0.0% (0) 0.30% 0.00%
Total 100% (1073) 100% 100%
Reference This study Lasseaux, et al (2018) Okamura & Suzuki (2020)

CHS: Chediak-Higashi syndrome ZE&fiE; FHONDA: HHR[VIR E AL, MAREMALERIEA AT BUR AR ; HPS: Hermansky-Pudlak syndrome ZE&1iE;
0CA: BREZBKREETE: OA: R 4L
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Fh72 S3: 10 4 [E 0CA-3 B FIERISLE .

. Molecular Skin color Hair color at birth . Nystagmus . . .
Patient Diagnosis (darken wh.en exposed to (darken in later age) Iris color (improved in later age) Visual Acuity Photophobia
sunlight)
901 OCA-3 Fair (Yes) Golden yellow (Yes) Brown Slight (Yes) Slightly Reduced No
902 OCA-3 Normal (Yes) Reddish-ginger (No) Brownish black Slight (No) Slightly Reduced No
903 OCA-3 Normal (Yes) Golden yellow (Yes) Brown Slight (Yes) Reduced Yes
904 OCA-3 Normal (Yes) Brownish yellow (Yes) Brown No Normal No
905 OCA-3 Normal (Yes) Golden yellow (Yes) Brown Slight (No) Reduced Yes
906 OCA-3 Normal (No) Golden yellow (Yes) Brownish black Slight (Yes) Reduced Yes
907 OCA-3 Normal (Yes) Brownish yellow (No) Brownish black No Normal No
908 OCA-3 Normal (Yes) Brownish yellow (No) Brownish black Slight (Yes) Slightly Reduced No
909 OCA-3 Normal (Yes) Brownish yellow (No) Brownish black No Normal No
910 OCA-3 Normal (Yes) Yellowish white (Yes) Blue Grey No Normal No
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#hFEE S4: ABFHHHHE T 199 NIk,

Gene Exon Variant c. Variant p. Pathogenic Number of alleles
TYR 1 c.107G>C p.C36S LP 1
TYR 1 c.157G>A p.G53S VUS 2
TYR 1 c.158G>A p.G53D LP 1
TYR 1 c.240G>T p.W80C LP 1
TYR 1 c.297C>G p.N99K LP 1
TYR 1 €.298T7>C p.C100R LP 1
TYR 1 c472C>T p.Q158X P 1
TYR 1 c.547G>A p.V183M LP 1
TYR 1 c.593T>G p.1198S LP 1
TYR 1 c.599T>C p.F200S LP 1
TYR 1 c.650G>C p.R217P LP 1
TYR 1 c.658C>T p.Q220X P 1
TYR 1 c.701C>T p.P234L LP 1
TYR 1 C.755T>A p.M252K LP 3
TYR 1 c.757G>T p.G253X P 1
TYR 2 c.836T>A p.L279X P 1
TYR 2 €.902C>G p.P301R LP 1
TYR 2 c.965T>C p.L322P LP 1
TYR 2 c.1022G>A p.R341K LP 3
TYR 2 c.10317>G p.L344R LP 2
TYR 3 c.1043C>A p.A348D LP 1
TYR 3 c.1082G>T p.S3611 LP 3
TYR 3 c.1130T>A p.V377E LP 4
TYR 3 c.1151C>A p.P384H LP 1
TYR 3 c.1162C>T p.L388F LP 1
TYR 4 c.1200G>A p.W400X P 1
TYR 4 c.1247C>G p.A416G LP 1
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TYR 4 €.1263C>G p.N421K LP 1
TYR 4 c.1283C>T p.P428L LP 1
TYR 4 c.1334T7>C p.L445P LP 1
TYR 5 c.1451T>G p.V484G LP 1
TYR 5 c.1534C>T p.Q512X P 1
TYR 1 c.17delT p.L6Cfs*25 P 3
TYR 3 c.1071delC --- P 1
TYR 3 c.1080_1091del 12bp p.S361_N364del P 1
TYR 3 c.1184+5G>A --- VUS 2
TYR 4 c.1279delG p.V427Ffsx58 P 1
TYR 4 €.1288_1291dupATAC p.FA431Hfs*8 P 2
TYR 4 €.1323_1325delATC p.S442del P 1
TYR 4 .1348insGG --- P 1
TYR 5 .1380insT --- P 1
TYR 1 €.221 222delTG --- P 1
TYR 1 c.22delT --- P 1
TYR 1 c.812_815delCTT --- P 1
TYR Intl c.820-1G>C --- P 1
TYR 2 €.925_926insC p.T309TfsX9 P 1
TYR 2 €.937_939dupCCC p.P313dup P 2
TYR 1-4 Ex.1-4del --- P 1
TYR 1-5 Ex.1-5del --- P 1
TYR 2-3 Ex.2-3del --- P 2
TYR 1 C.629G>A p.W210X P 1
TYR 1 --- p.A204E LP 1
OCA2 5] c.587T>C p.L196P LP 1
OCA2 7 C.791G>A pP.W2643S LP 1
OCA2 7 c.805C>T p.Q269X P 1
OCA2 9 €.944C>G p.P315R LP 1
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OCAZ2 9 c.9477>G p.L316R LP 1
OCA2 10 c.1054A>G P.R352G LP 1
OCA2 10 c.1058C>T p.T353| LP 1
OCA2 10 ¢.1086_1094delAGCACTGGC --- P 1
OCA2 11 c.1177G>A --- LP 1
OCA2 11 c.1178G>T p.G393V LP 1
OCA2 12 c.1210A>G p.TA04A LP 1
OCA2 13 c.1262G>A p.R421Q LP 1
OCA2 13 c.1265G>T p.R119L VUS 1
OCA2 13 c.1275G>T p.M425| LP 1
OCA2 13 c.1288T>C p.C430R LP 1
OCA2 13 c.1297G>T p.A433S LP 1
OCA2 13 c.1358C>T p.T453| LP 1
OCA2 14 c.1367T>C p.L456S LP 1
OCA2 14 c.14307>C pIATTT LP 1
OCA2 14 c.1433G>A p.G478E LP 1
OCA2 14 c.1444A>G p.T482A LP 3
OCA2 14 c.1447G>T p.A483S VUS 1
OCA2 14 c.1448C>T p.A483V VUS 1
OCA2 14 c.1465A>T p.N489Y LP 1
OCA2 15 c.1526C>T p.T509I LP 1
OCA2 15 c.1636G>A p.E546K LP 1
OCA2 16 c.1664G>A p.R555H LP 1
OCA2 16 c.1700A>T p.ES67V LP 1
OCA2 16 c.1732A>G p.KS78E VUS 1
OCA2 18 c.1888T>A p.L630M LP 1
OCA2 19 c.1964T>A p.I655N VUS 2
OCA2 19 €.2021T>C p.L674P LP 1
OCA2 19 c.2074A>T p.M692L LP 1
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OCA2 20 c.2093T>G p.L698R LP 1
OCA2 21 c.2155C>T p.Q719X P 1
OCA2 21 c.2221A>C p.N741H LP 1
OCA2 22 c.2248C>A p.P750T LP 1
OCA2 22 €.2249C>T p.P750L LP 1
OCA2 22 c.2251G>A p.V751M LP 2
OCA2 24 €.2438G>T p.G813V VUS 3
OCA2 24 C.2438G>A p.G813D VUS 1
OCA2 Int23 C.2433-6T>A --- P 1
OCA2 13 c.1278delinsTATCAT p.M428lfs*x27 P 2
OCA2 13 €.1327delGTCACCAC --- P 1
OCA2 14 €.1397_1398delAA --- P 1
OCA2 14 €.1405_1406delinsC p.1469Lfs*4 P 1
OCA2 Int14 c.1504-1G>C --- P 1
OCA2 2 c.156delC p.R53Gfs*49 P 1
OCA2 15 ¢.1596dupG p.N533Efs*6 P 1
OCA2 18 €.1884_1885delAG p.L630Gfs*19 P 1
OCA2 Int18 c.1951+1G>C --- 1
OCA2 2 c.196delC --- 1
OCA2 Int23 €.2339+1G>A --- 2
OCA2 23 €.2350_2377del 26bp --- P 1
OCA2 4 c.478delG --- P 1
OCA2 Int5 c.573+5G>A --- LP 1
OCA2 Int6 C.647-2A>G --- LP 1
OCA2 7 c.776delC --- P 1
OCA2 Int7 c.807+1G>T --- P 2
OCA2 Int8 c.808-1G>C --- P 1
OCA2 8 c.889delA p.R297Efs*21 P 1
OCA2 9 €.950delT --- P 2
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OCA2 10-14 Fx.10-14del P 2
OCA2 16-21 Fx.16-21del P 1
OCA2 18-21 Fx.18-21del P 1
OCA2 20-22 Ex.20-22del P 1
OCA2 2-11 Ex.2-11del P 1
OCA2 2-18 Fx.2-18del P 1
OCA2 3-22 Fx.3-22del P 1
OCA2 2-7 Ex.2-7del P 1
OCA2 6-7 Fx.6-7del P 1
TYRP1 2 c.176C>G p.S59X P 1
TYRP1 2 C.260G>A p.R87Q LP 1
TYRP1 3 c.536T>C p.F179S LP 1
TYRP1 3 c.551T>C p.1184T LP 1
TYRP1 6 c.1138G>T p.A380S LP 1
TYRP1 Int6 c.1262-46_1262-13del 34bp P 1
TYRP1 Int6 .1262-1 1264dupGAT VUS 2
TYRP1 7 c.1332delG P 1
TYRP1 7 ¢.1333dupG P 1
TYRP1 Int7 .1408+135G>C LP 3
TYRP1 2 c.67_68insC p.R23Pfs*12 P 1
TYRP1 Int4 c.913+2T>C P 1
SLC45A2 1 C.137A>G p.E46G LP 1
SLC45A2 1 C.275G>A p.S92N LP 1
SLC45A2 1 c.276C>G p.S92R LP 1
SLC45A2 1 .305G>A p.R102Q LP 2
SLC45A2 1 .305G>T p.R102L LP 1
SLC45A2 1 C.366T>A p.N122K LP 1
SLC45A2 2 CA81G>A p.G161R LP 1
SLC45A2 2 CA94C>A p.A165D LP 1
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SLC45A2 2 c.547C>T p.H183Y LP 1
SLC45A2 3 c.661A>G p.5221G VUS 2
SLC45A2 3 c.706A>C p.S236R VUS 1
SLC45A2 3 c.806G>T p.G269V LP 1
SLC45A2 4 c.974T>A p.L325H LP 1
SLC45A2 4 ¢.1016C>G p.T339R LP 1
SLC45A2 4 c.1020T>G p.D340E LP 2
SLC45A2 5 c.1045C>T p.G349R LP 1
SLC45A2 5 c.1090G>A p.E364K LP 2
SLC45A2 5 c.1154C>A p.S385Y LP 1
SLC45A2 6 c.1186G>A p.G396R VUS 1
SLC45A2 7 c.1424A>G p.D475G LP 1
SLC45A2 7 c.1451A>G p.Q484R LP 1
SLC45A2 7 c.1492G>A p.V498I VUS 1
SLC45A2 4 ¢.1008_1009insCTGCTCAAAA p.F337Lfs*20 P 1
SLC45A2 Int4 c.1033-5T>G --- LP 2
SLCA5A2 5 c.1086_1094del 9bp --- P 1
SLC45A2 7 c.1509delC --- P 2
SLC45A2 1 c.157delG --- P 1
SLC45A2 2 c.478delG p.K160Rfs*14 P 1
SLCA5A2 3 €.563delG --- P 1
SLCA5A2 3 c.661_663delTTC p.F221del P 1
SLCA5A2 3 C.775_778dup p.L260Sfs*17 P 1
SLC45A2 Int3 c.888+1G>A --- LP 1
SLC45A2 1 Ex.1del --- P 1
SLC24A5 7 c.922delT p.W306Gfs*13 P 1
SLC24A5 7 c.983dupA p.F329Vfsx74 P 1
SLC24A5 8 c.1148A>G p.D383G P 1
GPR143 2 c.280G>T P.G96X P 2
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GPR143 4 c.482C>T p.A161V VUS 1
GPR143 4 c.486G>A p.W162X P 1
GPR143 6 C.688A>G p.1230V VUS 1
GPR143 7 c.778A>G p.N260D LP 1
GPR143 7 c.817C>T P.Q273X P 1
GPR143 1 €.237_239delTCT p.L80del P 1
GPR143 Intl c.250+1G>A --- P 1
GPR143 2 c.278delT p.L93X P 1
GPR143 1 c.31_33del p.Clldel P 1
GPR143 Int2 c.360+2T>A splice-5 P 1
GPR143 3 c.415delG P.V139Wfs*5 P 1
GPR143 5 ¢.560dupG p.G187Gfs+38 P 1
GPR143 5 c.601_602delinsG p.L.204Gfs*14 P 1
GPR143 6 c.709_711delAGG p.P237del P 1
GPR143 7 c.846delA p.K282Nfs*17 P 1
GPR143 1-4 Ex.1-4del --- P 1
GPR143 6-8 Ex.6-8del --- P 1
GPR143 3 c.943G>T p.G315X P 1
HPS1 13 c.1189C>T p.Q397X P 1
HPS1 13 €.1283T>G p.L428R LP 1
HPS1 18 c.1766C>T p.A589V VUS 1
HPS1 12 €.1099dupC p.T368Hfs*85 P 2
HPS1 14 €.1340_1341insT p.T448Lfs*5 P 1
HPS1 5 c.301delA p.S101Afs*23 P 1
HPS1 5 c.355_358delCACT p.H119Lfs*4 P 1
HPS3 2 c.449T>A p.V150D LP 1
HPS6 1 c.257G>A p.W86X P 1

P. #UwME; LP. mIBEEUR; VUS:

B XAERARMR, Int: AE T
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FhFER S5, FRARE A HEEOR M ST AR BUR MEF AL .

EhrER

BURtE (P) ERTREBURME (LP)

Rt (B) sRTgER{E (LB)

YR
p. 5S192Y

P/ LP 59 [E 0CA-1 BE P 55— TYR i #EE AL FE R A7) (B
22N, 2015), FLAKEL/R (ID 3778) rh B ANHE B LI AR & (VUS).

dbSNP H1 ] SNP(rs1042602), £F GnomaD 25 {37 FE R H5i 2 4 0. 254211

TYR
p. R402Q

—IUEFXTRRYN AN IR SR B, fEREBRIIZ WA 0CA-1 B, B
46. 33% (139/300) #XFhAE R (Lasseaux 25N, 2018). 1%&5 7
R R AE Z A S TP B A5 2% (0. 15%, 1/666), iXFEHE &
1P / LP AR, =ANAB4AK p. R402Q, p. R422Q 1 p. P406L & 5L HIHT 7T
R R LB BB AR A, BRI BIUER OCAT (OCALTS) (Spritz &N,
1997). FATFEZBAF %58 20 A~ OCALTS, 35w i FE IR E AL B2
FREZRIGR, 13/20 BEMIREAMETRIEE, EEERHOEE
W, XEEREA,

XA AL R INR A T ARH W, SN 0. 278, HAEARME SREA
TERARZ, ALMNHFRNFR (Oetting &N, 2009).

0CAZ
A481T

p. AMA81T 7E B Z NP IREE T4 70%)ThaeiE ! (Sviderskaya 45
N, 1997, fEmMEAY, HIE RSB BUR AL —F
(Hutton A Spritz, 2008). 7EFAIHIBFFLH, KIL 19 2 EEE
A48T AZRAN 7 —Flopg EAR A, IX R LA A2 H B2 B AR i P
/ LP,

S FE AR AT AR A ey, H ARG FE R 0. 12 (Suzuki 2%
A, 2003), &K, 4id AM8IT MEEIE® NBEZ [RIITBEDE
KEREER.

0CAZ
p. H615R

BIERKMA T IE AFEF IEH L (Edwards S8\, 2010).

XA IR R Z R AR R i, H H S PURILER 8 7
JREAA G (BURNF 50%1) G &0 D, — R CGEEH#TT2)
#& p. H615R  Ex. 10-14del ME G &EGT, RINBEE AT, 24
M, BH A G E T p. HB15R, B HILEAfLmRFRA, I N
7E [ A BUR .

SLC4542
p. L374F

FERATHIB TS, 3 6 L EFRZERNERREG T, MIIHAE
FEPER) OCA IRIRRIL, RUNZAL TSN R AL P/ LP.

1%L R R R AR 5 A [RIAH S BEAR I SRR 78 R R R UE R A
K, ZRMOHHIE S dbSNP 111 SNP (rs16891982), 7E ClinVar
PR IR B A R (ID 19789).
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