iR F

22

1 ¥ B B
Rk 27 4E 3 A 31 HEBIfE
Bz 1A
PP 1A
Afl (9 BIEPEEE) 1A (PN
Bi# (5 BEbifs) 5A €PN
BEHE (LA, BEEs, BEELah) 0 A
=B 1A
HE = 1A
FeTHF9E B 0 A
KFBesE (9 BMEEEND) 1A (PN
et 4 N
SMNELANE EWFEE 0 A
e (BB A~ 5T) 0 A
Zofth (Eeffriie B%) 7 A
Xl 22 N

2 HEDOEHKR

B B (Bd®) (H12.5.1~BUE)
ek Bk ORbisd®) (H14.7.1~19.3.31 Bh#d% ; H19.41~H22.12.31 #E%d%, H23.1.1 BliE)
B WT GEAT) (H21.4.1~H23.1.31 Bh#. H23.2.1~Hil)
AEF el (8030 (H22.1.1~Bi)
kM FEH (BhZD  (H23.2.1~ Bl
didR B (BhE) (H23.7.16~HilE)
g — (8130 (H24.10.1~H26.7.31)
G GHF (Bh%0 (H26.1.1~BijH)
A fEE (BhED  (H26.8.1~BUk)
3 HIREHE BFITNH 26 FE T,
YRR 26 4R
(1) FEwm (9 BHLDOH D) 3 (0 #m)
"""""" Zotoss vor s s—onE | 18 |
(2) RO T Ry —T 4 VT AR — 0
"""""" ZpA Ry KTy E—0BF | o000
(3) ¥t (5 BHBILDOHLD) 14 # (14 #)
”””””” 2oLy KTy E—0BF | o000
(4) FEH (O BHIXDHLD) 14 (14 #)




(5) JEFIHREE (5 BIILDOHLD) 0 i (0 )

FDA LRI N T 7 I H—DEE 0.00

(1) RERX (BZEBEFBEOEICTHR)
A, FIFEEEDIERERRKFOYZEEICHTE L TV -b 0
1. Zhao Y, Hosono K, Suto K, Ishigami C, Arai Y, Hikoya A, Hirami Y, Ohtsubo M, Ueno S, Terasaki H,
Sato M, Nakanishi H, Endo S, Mizuta K, Mineta H, Kondo M, Takahashi M, Minoshima S, Hotta Y

(2014): The first USH2A mutation analysis of Japanese autosomal recessive retinitis pigmentosa
patients: a totally different mutation profile with the lack of frequent mutations found in Caucasian
patients. J Hum Genet 59, 521-528.

AT N7 7 B =D [ 253 ]

B. FEEEENERERREOMBEICHTE L, WEENLUBAEIITR LTV b0 (FHO
e [FRFSE)
1. Gao J, Ohtsubo M, Hotta Y, Minoshima S (2014) Oligomerization of optineurin and its oxidative

stressor ES0K mutation-driven covalent cross-linking: possible relationship with glaucoma pathology.
PL0S One 9(7): e101206.
AT N T 77 Z—D/hEE [ 353 ]

C. FEFEHENERERKRFLINOEEICHE L, HEHEDNLAZEBEICTBL TV 0
1. Hayashi S, Sato M, Miura H, Sugano A, Yamazaki M, Yamashita H (2015) Intraocular pressure
decreases after muscle union surgery for highly myopic strabismus. Jpn J Ophthalmol 59:118-123.
AR ST 77 Z—DNGE [ 180 ]

(3) #& &

A, EFEEH DEARERKR O Y EHEICHE L TV b O

1. JEHER (2014) MM aFEZ51E. Retina Medicine 3(1): 26-32.

2. YEHER (2014) F YRSV R ANEOFT - 7 RS, FEiR 68:1545-1550, 2014

3. VEMEEMR (2014) FAD A X A N~ ER L LT~ WRFIZ T 7 1 > 2 3:452-453.

4. ZHWT (2014) IR ORIIRSHBRAEIZ EDO XS LTITH @2 IREH 7T 2014 FA4ZRHET S
70-73

5. EAMT (2014) ANEOIREMREIZED X 2L TITH> D2 IREH 7T 2014 4F4ZEHET) 5
74-77.

6. ZAUT (2014) HARMIE LRV EARREOIGR 2B A T 23V, H7e b LWIRF 31
ERIRFEE 5 150-151

7. EAHT (2014) BIRMHEAFEHEO FAFRFIZ OV TH X TS ZEW. H726 LWIREL 31 ks
HETI5 188-189

8. ZRMWIT (2014) /K¥AhFirF4k. IRF} 56:811-817

9. ERWIT (2015) EFEFE OO OIRBHE L~V F = v 7 7 A ~ AU - NEAREL. IR
7747 4:90-91



10. /M%7 pofdl, YR SRR (2014) FREE MR EE{x  MEBEGHRZME. IRFH 56(5): 569-574.
11AEBER (2014) #—7 > NIl L BEHEZWIERsIIT T4 R —RAREG ) ORFEL Y T 4 £ T
AR AMIRES BRMG. EEIR 68 £ 115 (H§TIE) 28-34.
124405600, FILE, /IMRRIE, #ERES, BIGHR, HEMES JEHEW (2014) AR50
(2 X % BEhEEE A B D 1. B IRARAHE 236 31 8-13.
13. 55T (2014) /NEIRBIOZEE NEoOvn—e Va7 7. IRRVY 77 4 v 7 6 : 596-599

C. FHEFNRRERRFLUSOHUEICHIEL, LEENYHHEHBL TV b0

1 G, KRBEEE, IO —, BREth, SR, g, SmER, I RS, 5
%, JTEREEE, MERE. L FTME, SMRTA . BRSO, RIL—E1L SRRRR (2014) AR
PBERIFRTA RTA4 » IRBGABERRIRITA BT A . H 455 124(10): 1897-1911.

(4) & &
A, EIEEE DRRER RO L HHEICHE L T b D

1. JEHEM (2015) MBERE [RIFVE—, RER EGRE W ZEbOFR BBIconT
M2 7= 5 167-169], W & iadtt, B

2. WHEMH (2015) HH LR [Frak e, HHERE. 8SEF
12 i)t 330-343], i, # AT

3. VEREELR (2014) A CTHLAMMEDHED 7. B3 1-110, &7, HE.

4. VeEREER (2014) foisetERl  [HBEsEth, xRS R IRFINE 3. ARAL - Res 189-191],
SO, R

5. ViR (2014) FRARRHE  [MoEElR, fex RWGEE M RPN 3. IRA) - U8R 192-194], ¢
S, HOR

6. VEREECR (2014) BEMMERME URTEMERIL)  [MERRECR, fix RKE W IRFHY 30 ARG -
e 195], SOkE, HUR

7. VEREELR (2014) Duane SEWERE - Brown JEMERE [EREEMR, fhx KKkE W IRFHF 3. AR -
JRPS 199-201], SO, HUET

8. ZHMT (2014) RHHOTFAN [EREElR Mx ARE W IRFHT: 3. AR - R 128-135], 3¢

BROIRFY:  UGTH

—_
i
=
=0

eEE, B
9. BEHMAK (2014) b TFARME [IEREEt, hx ARE fw RTINS 3. IR - R8s 170-174], XC
FeEL, BT

10 B HBEA (2014) ZAXNEERINE [IEiBEELR, Ex AkE fm RTINS 3. IRfF - Res 175-177)],
SORE, B
11 HMA (2014) A-V BIRHE [VEEELR, e AkE R RTINS 3. IR - s 178-179], X

s, HIR
12. LEB 7 (2014) Bl [EpRErr, fex Rk o IRTFINS: 3. IRAD - es 83-87], SOtA.
HOR

13. U (2014) FRAEZEFL, AWML, fnfnde [Wemketh, fex KIkE W RT3 IRAR -
R 212-214], SOtH:, BT



14. fREERE 1 (2014) IRMZGEHRRY [eREtr, Ex RRE M IRFISE 3. [RAY - s 27-29),

SOEEE, HUR

4 FErEFEOHRERKR

Rk 26 4
FEEFUSE (B ETe) 0
5 EFTREWMERR (FAXHMEERA)
R, 26 45
(1) TR AR 4 (290 /1)
(2) BAIEFFFFE 21 (115 5 H)
(3) MBURFHERIIC X 2 RFZEEhAk 0 f (07 M)
(4) MEHIBIR4 0 (0 )
(5) =ZFEMFIE & 723 FIZE 11F (200 57 1)
(6) HEFEFHFMETOM (REXLD) 4 1 (234 75 1)

(1) SCERAER I
1 JRHER  ERSE(C)

M AR A MR OB T2 27 L DOREEE 130 /5 H

LRI OBRIE = % ) — LT

55

KR —7 = =2 e bR E ORI G R RE O’IS T

3. MEFEiE HFAIIEB) (NWFRE) AARAMRERANRE BT 5 EYS Bin F AR O i

BIFEOBIF & BER~DJSA 150 HH

. AREF RO BARNFSE(C) () RIS —7 =Y —2 Wb E OfEE AR AR

DRI TBWr T 2T LS 5 T7H

(2) JRAETBRERIIEL

1 HEER  RAEGERATE LG (g NE - EEEORRREDO RYRR -
A« Ve ) Fo ANLSERITE T D BN ST 205

W -

2 - 1h
100 /5 H

2. VoksElt EAETER IR ERREE (SrHA) PRI RUE O ERETA & ROWTAETE -

JiE L FADVERIC B3 2 4T
(5) ZEtAFE % 713 3L EAF5E
1. RBEEREMER R (HE)

sy 15 5 H

/NROIINEE D 2 BAR T RS OJFIA LIRaafEI 200

JH

7 FRIEE
EER T ENF
(1) FeRlGEHE - Ffmm A 0 13 14
(2) YURT T BREEH 6 1 31
(3) FRFERREHL 414 71




(4) ZRBAfEREL 3 11t

(5) ZRHEZEREK 3 14 {4
(6) —fREHBEREEI 15 {4

(1)
1)

1.

3)

1.

4)

5

1
2
3.
4
)

EFRF B - 20

EFREs - 2SO

Hotta Y, Organizing Committee, Asia ARVO, Yokohama, Japan, February 16-19, 2015,
1,400 A

. Sato M, Organizing Committee, AAPOS-JAPO-JASA Joint meeting in Kyoto, Japan,

November 30-December 1, 2014. 1,542 A

Sato M, Local Organizer, the XII Meeting of the International Strabismological
Association, Kyoto, Japan, December 1-4, 2014, 877 A

EREPR - SWETOV RV T LFER

Sato M: Binocularity on superior oblique palsy. ISA Session “Binocular function in

strabismic patients” , WOC 2014, Tokyo, ‘F-ik 26 4F 4 A 4 H

. Sato M: Treatment of congenital superior oblique palsy with tendon abnormality.

Symposium “Management of paralytic strabismus” , WOC 2014, Tokyo, ‘i 2644 A 5
H

Sato M: Esotropia at distance. ESA Session “Update in Esotropia Surgery” , WOC 2014,
Tokyo, V% 2644 H 5 A

Sato M: Overview of non-surgical treatment of strabismus. Symposium “Non-surgical

treatment of strabismus” WOC2014, Tokyo, ‘i 26 44 A 5 H

. Sato M: What to do next if a child does not see well but nothing was found, IPOSC

Symposium: "Through the eyes of a child - why can't I see?’ How can we improve child eye
health around the world. Symposium, APGC-ISOHK 2014, Hong Kong “¥i% 26 4= 9 H 26
H

Hosono K: Molecular genetics of retinitis pigmentosa in East Asian population,

Symposium, “Genetics” WOC 2014, Tokyo, ‘F-h% 26 4= 4 A 3 H

[EfRFs - REECTOREER

. Hotta Y, WOC2014, Tokyo, “F5% 26 4£ 4 H

. Hotta Y, Asia ARVO, Yokohama, ¥k 27 4 2 A
Sato M, WOC2014, Tokyo, V% 26 4 4 H

. Sato M, 12th ISA, Kyoto, “F-h% 26 4F 12 H

— TR
TS

1. Saeki M, Hikova A, Sawada M, Hotta Y, Sato M: Surgical results of simultaneous

surgery of inferior oblique muscle and superior oblique muscle on congenital superior

oblique palsy, WOC2014, *¥p% 26 44 A 5 H, Tokyo.



. Yokoi T, Hosono K, Hotta Y, Nishina S, Azuma N: Mutations of the PAX6 gene in

patients with aniridia, AAPOS-JAPO-JASA Joint Meeting, % 26 4= 11 A 30 H, Kyoto.

. Saeki M, Hikoya A, Sawada M, Harada Y, Hotta Y, Sato M: Surgical results of superior

oblique tendon tuck combined with inferior oblique muscle weakening for congenital or

idiopathic superior oblique palsy, XII Meeting of the ISA, ik 26 4 12 H 4 H, Kyoto.

. Sawada M, Hikoya A, Negishi T, Hotta Y, Sato M: Characteristics and surgical outcome

of consecutive exotropia with different etiologies, XII Meeting of the ISA, “Fi% 264F 12 A
4 H, Kyoto.

. Hotta Y, Sato M, Nakajima J, Hosono K, Mivamichi D, Negishi T, Nomura T, Miyake N,

Ogata T, Matsumoto N: HPS6 mutations identified by whole-exome sequencing in two

sisters with ocular albinism, Asia ARVO 2015, ¥k 27 4£ 2 A 19 H, Yokohama.

RAS —FF

1.

Washiyama M, Okita M, Hikoya A, Hotta Y, Sato M: Surgical results of acquired bilateral superior
oblique palsy, WOC 2014, *}-h% 26 44 A 2 H, Tokyo.

Negishi T, Sato M, Murakami A: A case of esotropia in nanophthalmic patient, WOC 2014 % 26
4 H 2 H, Tokyo

Wang C-X, Hosono K, Terasaki H, Hotta Y, Minoshima S: Fine analysis of the deletions in red/green

opsin genes and the upstream locus control region (LCR) found in two Japanese families with blue
cone monochromacy (BCM), WOC 2014 % 26 4F 4 A 2 H, Tokyo

Hosono K, Zhao Y, Ishigami C, Ueno S, Nakanishi H, Terasaki H, Kondo M, Takahashi M,

Minoshima S, Hotta Y: Mutation analysis of the USH2A gene in Japanese patients with autosomal
recessive retinitis pigmentosa, ARV02014, ‘2% 26 4~5 A 6 H, Orland.

Hosono K, Zhao Y, Suto K, Ishigami C, Arai Y, Hikoya A, Hirami Y, Ohtsubo M, Ueno S, Terasaki
H, Sato M, Nakanishi H, Endo S, Mizuta K, Mineta H, Kondo M, Takahashi M, Minoshima S, Hotta

Y: The first USH2A mutation analysis of Japanese autosomal recessive retinitis pigmentosa patients:
A totally different mutation profile with the lack of frequent mutations found in Caucasian patients.

XVI International symposium on retinal degeneration, % 26 4% 7 A 14 H, Pacific Grove

Harada Y, Hosono K, Hikoya A, Minoshima S, Sato M, Hotta Y: A twin with Leber congenital
amaurosis possibly caused by the GUCY2D gene mutation, AAPOS-JAPO-JASA Joint Meeting, F
f% 26 4% 11 A 30 H, Kyoto




(2)
1)

1.

2)

1.

10 EHEEE (2014) /NEIER O

1

7. Saeki M, Hikoya A, Sawada M, Harada Y, Hotta Y, Sato M: Epibulbar osseous choristoma found

during strabismus surgery, XII Meeting of the ISA, ik 26 4= 12 A 2 H, Kyoto

8. Washiyama M, Inagaki R, Hikoya A, Saeki M, Harada Y, Hotta Y, Sato M: Surgical results of

acquired bilateral superior oblique palsy, X1l Meeting of the ISA, % 26 4F 12 A 2 H, Kyoto

9. Ohtsubo M, Ohizumi Y, Hotta Y, Minoshima S: An in vitro analysis of the induction mechanism of

the autophagy by a component chemical of citrus peel and its application to whole animal system,
Asia ARVO 2015, *F-i% 27 42 H 16 H, Yokohama

10. ZAPIo. Fnse. FEtiF. SRR a7, BiLE, WHEm. ek R
TEAR AT R R [V _E B AR 5T 24T - 72 3 45, AAPOS-JAPO-JASA Joint Meeting ,
Rk 26 4511 A 30 H, Kyoto

ENF2OBIE « 20
B APy
UEHER 5 35 mIHEkNIEDOS 8 AL 4lE
FRTBT DRET - PR
PR EH (2014) HN32 MLV A CDIROFR, 5 H, T EoMET7+—T A, 5 H,

N

CHER (2014) : SR SN DRBREEOMED J7, 7 H, HAIRB A MR E R T B

MR Y — 27 > a v 7, BUR

S H S (2014) BR FHRAR 1PS MM X 287 LWIRBHER O AIEEPEICOWT, 7 H, %5 36
[EEAR R RN BRR L, AR

SHER (2014) PR BEZ2\WOETH, 9 A, 510 [BIEFIXE £ 21 S, ki
Y= (2014) MEREEFREPEIE- AN > TR R& Z & LIRREORHEHR-, 10 A, &
FATHRAEFT SRR SS, AR

VEESEIR (2014) RAORMEIARE, 5 A, BURIREHEZ, 2R

PEREEMR (2014) /NRIRBtOSFZEEE, 6 A, A LIRAIZEA XL T v 7 I —, Fuikil
PR (2014) F9EL0O FIITE AL, RENAEIZOWT, 6 H, 4 3 [0 B A/ NEBIRL AR I 4,
HL

PR (2014) /NRIRBHC R 22, 8 A, IRFT v 75— b 2 J—in [f1L 2014,
fitd | L

, 8 A, JEALIRFHE LRSS, )

L2 A, BHIRAREHE S FHITHES, 4 &R

S

—/
A

S
A

T
LAERESESR (2015) /INEARBLOIRR2HHE

N

128 (2015) 99fA~DOxtWE, 3 A, #-IREIZET »~ 77— h& 2 7—2015 in Kyoto, #{

#

13. 81 (2014) /NERBIOZE, 7 A, 4 3 [IFMILE G E iR, #ii



3) VURT U LFREE
1. JEHEHR (2014) USH2A &5 7 51T KL 2 Mtz 250E, 8 A, £ 16 [F] Japan Macula Club, i
AR
2. JRHEAR, TERT L. DRI, SREBUR. MWFER (2014) A A RTvara—R g
{BMERERSERY TR B2 O Yy b7+ —1) 11 A, % 68 [5l A ARERRIRF 2SS,
3. Bk, WREEE, SO0, AR Ky BEHE. LSRR (2014) A A KT 7
vara—A gt ET UNEREOEmEE] 11 4, 5 68 Bl A ARMRRIREFS, w7
4) A LIS

S THEE =R % 62 7] H KGR B AR S
% 68 7] H AREFIRIRE F2

i ] B N IR} 12 3 ik 2
% 8 |7l Midland Seminar of Ophthalmology
(e 5 70 [0 ARSSRANRE SRS 55 39 7 H AV NRIRE A SRS ATRES
55 EEHRA 7L v s IS —
%5 68 [B] H ABRIRIRF 72
(3) B HONWTNDEER - ENFERAH & OB

Y, FH =4 ISGEDR i

Y, FH =4 AARM S A

Y, FH =4 AR R RS P
Y, FH =4 AAMRIRF S FgA

Y FH = AABIEF2IRYS &R

Y FH = (B FERT A7 PHRER
Y FH = i R NRIRBH e ARE

Y FH = JRPS # 4

VERESETR EpR s HE RESER
VERESETR TOT R NRIRF RS BIRR
(G SSES AAIRMSS A

(G SSER AA/NRIRB RS Bld gIEiFR
(G SSER AASHR S WEddsE fEsER
(G SSER AAIRB FifrrailE g
VERRSETR ARG AR 2 B

A EMIRFES

GIESE7AE) IRFH A gE s TR

8 FTMEDwEE~DEN

E A CES|

RIS (7 U —40TR<) L 21




(1) ENOIESHEEES DRt
EiEsErk JJO (AARIRFI ). HEZE. PubMed/Medline #4%f IF 1.795

(2) SMEDFTHES OF
JEMEH Ophthalmic Genet CK[E) Editorial Board, Pub Med/Medlin %%k4A IF 1.233
JEMAEH  Journal of Ophthalmology CkK[E) Lead Guest Editor, Pub Med/Medlin %&%&%f IF
1.935

(3) ENSOISHEED L7 ) —

S TEER=R 7N Jpn J Ophthalmol (HA) 5 [A]
Scientific Reports (F[E) 1 [1]
Expert Opinion on Orphan Drugs (FEE) 1 19]
Orphanet Journal of Rare Diseases  (¥&[E) 1 [a]
Journal of Ophthalmology CK[E) 1 [a]
VETRSE IR Jpn J Ophthalmol (HA) 4 [H]
J of AAPOS CKIE) 3
Am J Ophthalmol CKE) 2 [A]
Br J Ophthalmol G£[E) 2 [H]

EARHF Jpn J Ophthalmol (HA) 1 [A]
LN PLoS One CK[E) 1[H]

Human Genome Variation (HA) 2 [H]

9 HREMEDEMEIKNR

AR 26 4F R
(1) [EFRILFEAIFSE 11F
(2) [ENILFESE 71
(3) “FPNILEAFSE 4

(1) EEStEFEE

1.

R BE I D S ARNE R R D AR 1T & KRB D BIEIZ DWW T OMFSE, Division of Ophthalmic
Genetics, the Eye Hospital of Wenzhou Medical University (*F[E) Zi-Bing Jin, H26.7~, &£lDAZ
e, GRSl

(2) EWILFEHFTE

1.

SFIRHE - (A i RRFETFEIRED IRBEROBIEMER BOBE 75 & RV O BFHIZ- O\ T
DL

VTR (ZHIRFAESERIREL) IRFMER OB MR E OB s 7 & FIRORIHIZ SN T O
wH5e
WAME — (TIERFAEFHBIREL IR OB B O n 7 & REALOBIEIZ OV T
wH5e

W#HT (ENAEBER Y 2 —IRED NE - FEE OBAMEIRIREOJRIN & 165 B 2 0F

S



5. MREREHEAT= Y — 7 4 (Vision Science & Technology: VSAT) AR AANIE FirE#ICEH
(T 2 MR R SRR O M & BRI

6. miBEAN (B FAFIUT) Ml R RE OBAR T2 W A T LS

7. WA (RBCRFE B EATZERT) IRBMEE O BARMER B OB s 3 & KRB O BHIZ DU
TOTE

8. JIREAF (R KREESHRIREY  IRFE O AR B OB s 1 & FBVH ORI ST
DA

(3) FNHFEFE

1 #EMA CtETEFMEE ¥ —) IRFHESOBARIER B O 5 T BIZ I

2. ZWET (HRHIEE - SESEAVED) IR - HSRMEROBEIR B O FBISFHI

3. #EE) (HEEY) AR - NERSEIROBSMEAE O 53 IR SRR ZE

4. FRFR (FEFRL) HEE PS MR & RRARHT

10 EFHRARE

SRR 26 4R
LRI 0 tF

12 AR Y FRUCOEMPORTREBE

1. BEMEIREEICT DR — 7 = Y — % HI T 28 BT
(B BEN SRR < HARANMEGEFEZLMY (RP) RXL—1—%KE (LCA) BEDBELTF2ZWEIT
9 T DI S — 2 =0 —(NGS) 2 i T BEAI D RP E 7213 LCA DR R 51 & 4 & Uiz
EHRERIE R T 5,
et & 71E) AR ER R AIRBI S TREM 7272 L IRFHRMRAIZ L0 RP ° LCA E3MrshizB&ED
N, AZEOMERE IS TR TRAEICOWTHOREAH LTV, AT —L Farty FEH
NIZBEOLRM I Y DNA ZHhiH L7, BUnFEREZFET 5720 NGS 2L TF—7 Y hi—7
T ARMTEAT o T, FRNTRI SRR FIIBERE O RP & LCA OFIKEIA - T4 HERIR LTz, ¥ —5
hEIR D 7 A 77 U —{Ef%iE. HaloPlex Target Enrichment kit(7 2L > b Z W, &bt —2
T IR IR EE O MiSeq(M VI T EER LTe, #—7 Y b —7 m U RTIZ L V155
NIRRT — 2 I DRRE RO A1T 5 7o DICHEH OfENT Y 7 ¥ = 7 (Genomics Workbench
software package version 7.5.1; CLC bio b))%\ 7z, MiSeq (2L W o izA#iX, PCR ¥ 1 L7
fr—7 2 AEE W CHERFER 21T - 7,
(fEH) MiSeq £V G b 4727 — 2 0 BIRRZE R A 1 17 2 72 12 Genomics Workbench (Z#5# S 41T
WORR% IR 7 0 7T DA E D OB OJRRA SRS A 7T A 8 LT, AREREIIE
LT T AT TV =T A T T A ORGEEZAT 9 720, BRCRKRARZREL T\»D RP B4
RP1IOH) ZHWTH —% v b — 27 = A il 24T > 7=, RP10H 1ZBEIC Sanger LI LV 2 D
USH2A &5+ R (p.G229R, p.RI26C) Z[AE L T\ 5, X—4 v hir—27 = AfrofE . RINE
FpEM & LT Sanger IETRIE LI=A R LA U USH2ZA &1 2 MO JFRZE A4 M LTz,
(iim) NGS # o2 —7 b =27 2 U ARHTIC L - T USH2A s+ 0 2 FEOJRRZ R 2 i+



DENPHKT, AEWER L2 T4 77 V) — L JRRERBHA O 77 A 2 VS5 T, &0 BE)
2FE < HAN RP ° LCA & OB F2Wr 217 5 FNWIF T E 5, S R%IZEALRIRFIED RP
R LCA BEITH L TH—F v hor—7 = AT 24T 9 TETH D,

(BFZEHHS ) ANErrofd, SRMER. iEsets. ZAMT

2. REETHRMRL L IREIZ BT D AFE

(HAY) SREEEH T, IRERASN TG ICEE L CEhge < 22 5T IEE ENRHRSE E 2 2 £ m b T
WD, ZOREIT, IREROIREA R < 725 & & biz, IREKEES LEF &AMEFHOMNALIHAL 20—
OB FEH N X D 2 E N D IVTW D FERDNELR; & AME DR R TITRIRA 72 < |
i ORECIT 24T O MR DD, DINOIUIRHATGHREGHTIZ L - T, SR ONE S EFLS D & IREN
KT DIERIZRR LIz, TO%, ZEBITHRIT LT
(RF5 & J5185) SRR D 7 44 8 IR, SLRIMERIL 15 4 15 IROFBLFIRATER OIRERE 217> 7=,
(i 2R) SREEVTHLPEPIRHE I (22 5.6mmHg AREAMETT L7278, HeRIMEREC5R B AR P E R
DIEFMMRI T FHFIE TIREDOZILIT R S 7R0 > 7o, IEDIR TIXIRERD L H OFREE & FHET L Tz,
(i) FREEVTHL TIE LI LIRHIRIE B L RNEO S 0F 13 A B D, IRFE EFORIKO—DIZIREHN O
FIER R R 3 0 D O b L2, Bk S IIREE TICAZTH 5,

(WFFERE ) Popksetr

3. IREIERABUEAN A R A AER

MR R I ROE I L e B 2 5 e RMIRB THh 5, REREL & blT, TOBENTA KT A 1E
BUCSIN LTz, Z07%203Th, IRAIEIZEIEDIERIRIZIRF L TWARITH b IRFHEIZ L 2328
WHEIRAT )V — AORPBRORFEIZLDHRIETH D, KRBOFENZ LY . Nettleship-Falls %!
& Forsius-Eriksson 70> 2 D73 8 2, W 4L b BRI AU T X BRI Th 5, STIROERE 72 H N,

FREEORFS ATV, BIETA T4 L OIRFRB S 2B LT, AARKRERPaMEEsIcEfisns & &
HIZ, ARIFRIFEERFR— A=Vt ST\ s,

(WFFEHY ) VeRseth, YR mEm

13 COHMPORETNEEE, FRIORRE
1 ISR b7 ORRTRAE L IR EEE TT A5 & ) ICHERTE T,
2. WS ABIEBIRAA BT A VBT,

14 HZROMEIE, EFRME it SRk
1 BWIOREEAEES 2 b7 ¢ ORMTRIEETZETNATHEL 720 | BB TIRRE & DRIE T3
DIRFIEOBFICHABL bOLEER S,

15 #hfE, HMEEFICL DB
1 YRHER  XFEEOEET +—F A 5 A SABEE, 1 H#HME, Pk 2644 H 30 H
2. YEHES IXEEO@FET +—T A HINT D ! I XV AT DIROIFK~ TP & BeFiaRE
~, HHETR, Ak 26 46 H 20 H



N oo g M

10.
11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

YRHEERR - WP A TRZ D HOWR MESSEEEZANERE, Fid OV, Pk 26 4 6 H 26
H

Y ER - K& Z—H% iPS AR ORAE, FidETR, Fpk 26 49 H 13 H

YR B - R BV ETh, R, FR264E9 A 14 A

Ui - B OBE BOIRIRAE, FREETE, PR 26 429 A 18 A

YEHER - BIRE OBIE L O § HEREIC 1500 R EMEEE T, EEFR, Tk 26 429 7 19
A

JWHER : 2R VOBLON Ry, U ey ZE, 26410 H 4 B

SR E @O H A2 WO E TH~H OIRR & BOFiam~, | AFR, “FR26 4210 H 20 B

U B - RARE IR RELEGPR, VS A, PR 26411 A 9 A

Y B - AU L INEIC X0 A C D IROWER~Z O T LI O Rt~ ZIR,  K-mix #id
7T A% SHS5HA (A) Tk 1837 ptE~11F42 43

Ui A U IR L 0 R C D IROIRSR~Z O TH IR ORI~ AN, K-mix i
T T AR5 H 12 B () itk 137 SptEH~1 42 43

i P B SR NI IS X 0 A U B IRDIFR~Z DTG L 1RO BRI~ FkPEE, K-mix (]
T AR5 H 19 B (H) k1R 37 Syt ~1WF 42 47

Ui B BT LN XV AT DIROFR~Z DT B L IGR ORI~ BRI IEE,
K-mix il = 7 = 2 J53%,5 H 26 H (H) T 1§ 37 s3E~1 FF 42 55

HHER EONREEZVOETH~HORR L EHERE~ IREE L —2 v 7 DZNZEND R
Uy b7 AUy b Kmix #iflo7 A0k, 9 A1 H (A) 7% LR 37 3 ~1 15 42 53

Y B e H 2D E Th~ HORR & AE~ BN, K-mix §iliil= 7 = A50%, 9
H8H (H) itk 1W37 /pE~1KF42 5y

Y B 2 H 2 WD E Th~ H ORR & OFAE~ RN, K-mix §ilii =7 = A 50%, 9
H 158 (H) 4 18537 /E~1FE42 5y

Ui B 002 B 2 WD E Th~ B ORRK & BB~ FERFHEBYE, K-mix iz > < 2
ik, 9 H 22 B (H) F#% 1R 37 /3E~1 W 42 55

EHER: BN B ENWOETH~HOWR L ERER~ NI4T AL ar 27 LU X,
K-mix §lif] = 7 = A5 553%,9 A 29 B (A) % 1 W5 37 pE~1 K542 43

EHER: NEOIROIFER, 1AL, k2741 A

Vet SRMIOMERNKRY) + &6 O8], FEH s, Fik2644 4 10 A

Vet 77333 X 2 NI 1 ANVEZ Y OFRRIL “BHROXL” |, 7L E#H, ARk
26410 H 13 H

BREEHE: BHEERIORIT, 1XAZILOM, “Frk 26 4 4 A



