JRET BRI e e (A VR BEOR TR 2E)

ﬁﬁﬂﬁﬁéﬁm
AR M2 BT A PSR
I W iiE B RS « RS - IRBMS: « Zf il Fefd
SRR - EESRAPSERL - B R B
i YA R KRS « R R0F20R - H8d% Ko BHA
Bk) BvarrrT & Bk
META X —IEPE - BIFEE ER ARE
JUMN R - R RMTERL « WEBR K B AT
WIEEE
A A MEIZIRENC Té%ﬁf$%ﬁﬂﬁ%%w BThs, ShlFEL L. Bt

W 2 a7 ¢ (IRD) |

HEEBIT, %@ﬁﬁﬂﬂﬁiﬂi‘ﬂ%%&%bf:o /-, BELA NI EZHOWTHRAIZ

DBAnF/N) T > FOREEA SN T 5 Z

DB FHIREDTA R T A ] & BARTHIO THERT

1T % IRD

2ITH L bIT, BESTOERZE U CEESCHRE R EOFE R LT - 7,

kﬁ)?%f:o é % \_%ﬁrﬂ"»——‘b‘/\_‘\‘/‘@&%]*

A. WHEE

(1) &Fn 5 4R (2023 4EF) (S M@
2P (RP) B T@E BT A he 7 4
(IRD) Tt 2 MR F AR A )3 B R F24E5
SN, £ T, AWFFEBEOMEME AR M

T N—7(62) BLOY /7 Lzl - F%ﬁ

mM)#¢@&&oTEK J5 &
AR 2 b 7 412k @h%%ﬁ
E@ﬁ%F?%yJ%Wﬁﬁéz&%E%
L7z,

(2) T ECE A ITMREREEORE
VYA NIEREED CE, ZhEsh
(ZHERE U TR BB BT & &b

ZOLYVARN)EENLTEr RV VBB
T O FEL TN X 5 B O R A b
L7z, F72. LYV A MV ICREINT-BE
TR T2V LTV % BE R 82 H

VT RP B X OVRP BEE B
LR 2 TR L,
(3) MMt BATEIZIREHC

B 58T

B LHR L
LTEEHD R B, BHES (JRPS:

/_A\

AAEETE N B AR AR EMER ) bl

I Tnsb, £ THREIC

A EtEd 2 By TE O A —

BT 5 1EHRE
BR— D%

B L, BEZROEFERE THRATOIIEK

REFHA L, BECEEFIE

ERAEEST S Z Lz AL LT,

B. WFET5ik

IXRP LT

u)ﬁﬂ%ﬂ@mﬁwwfm@%iwﬁ

LW - IBFEPE (G11) B L CIREHZE

% IRD uﬁ% 2R D B Z AR A3
720, BRIZEBT S BEEEEES A Na
741z TéL@%%#E@ﬁ4F74

22

1[_)




V1 OFERIZINT CEE L AW E DT,
(2) 7 v —EGERE, LSRN
BENRE, HEARAFAY A Fr 7 ¢ — (CRD)
ZETe, RP (n=2155) I K ORI H
(n=170) ZFi>AHE 2325 A0 IRD BE %
R L7z, NYU T MEE & AV A IS PERR
L7z J-IRD-VI A KT A AZHhE - THER
STz,
(3) EABBE I L DERAR— L=
(https://www. nanbyou. or. jp/entry/196
) ONEZRE L, BEIZHDD 0T WL
SIEET 2 & & bR OERE M Z
oo Flo, BESCHEREERIEHZIT-
77

(¥ i ~DRELIE)

VYA N UIZET 2RI B 7 » Tldfm
BEESAROG &Gk Z G L. (%
RFEHERR « WTERZFEFEBIREN ) . #EN
7Ty N7 A —LZBIFH LU A N
IZOWTIE, R A 2 BiRs T CBIEHE
fiTd o (WFFEARERRR « HiR KT ES
HIRR ), £/, BinF2EniconT
&, B TOmMBEEERARO S LT
AT o712,

C. WFufER

(1) DEEEERES A ha 7 B85
BIRFHREOTA FT A4 2] 1, AR
T A L OBISHEIPE, IRD ERFAIRA, B
B ERRATOEE, K FREE & BRIZ oW
T, 2 ETHERSh, BEPRBEEE DY
BOMIGEIE 7o) TR 8
NREIZENTE, A— LRk & web Rkl X
LM TTHA FIA UDPMER S, AR
B MRS 2023 4F 6 A=l s h

23

77

(2) BURFIHT ORER. At 3564 DX
U7 v bhagmitish, €095 524 DY
T2 N ASREME E 7R ENE O ATREME AN
WERIRE =, ZbdD 524 DAY T
FD 5 E, 280 (53.4%) I RP B 1204
NERGE Li=Fhx OLRTOFZEIZ BT
S e hoTein, BERAHOANY T
FEZIZBRMEOARY T U R EERENE
DThHoT,

F£7- RP R D 38. 6% & s 2l &
A, EYSITB s F2Wr S iz B o 46. 7%
Z 57z, CRD B DBImF2Wrix
28.2% TdH -7,

Flo, v RV UBIRTEREAT 5
JBE o SR8 M AR DFRMTRE SR CTlX, Pro347-
Leu BRAZFTHEFIZL Y ROFRCHE
FEORNMET LBET 5 Z LaVRaShT,
(3) JEATEE I X BEIF R — L—
(https://www. nanbyou. or. jp/entry/196
) ZEIEL, 7 JRPS BFER1E 2023 48
9 H 24 HIZHIETIThiL, FREZEHED
IENEDFEI & & b IR AR DR
FEIZ AT 7o H AR S K OMER o B A>T
BEBLOFEBRICHAZIT- T,

D. &%
(1) 2023 4FIZ HARTHIDO CTIRFHZ

BAR TR A MR BRI, S 7 (Prlsmf
Guide™), ﬁﬁi*@@ﬁ%i@%ﬁﬁ
ARIZBWCHUNCER SN D L 51, A0
ZEHE A //\_75‘EPIL‘ Lo TEREER K
L. WEEURBEFIREDOTA RTA %
ERRT % & & bicE OERRH 28T 5
ZENTET, ZHUTHARD IRD 23%IZE
WTHIDTDOHA RTZAL 2 ThY, 5HD

ph



IRD S T2 DML Dt B2 bR
77

(2) THVETHE & ITHEEAREED B
LUA NSRS TX 2, A5 4
12 A OIS T, 9 5500 Bl OIEFIT — Z 23
BERS N TWDIRIL & 72 o 7o, AREFEITZ
DT =& RN THEAREEL L E L
7=BA® IRD BE DY 7 kDK% A
LINNCTHI LN TE, SHITAARTHE
HE EIS BIn P AR AT 586k EE
(# 300 fER]) DOREFIRIGEHRAZINE L, HR
JiE 72 & DN IBARA -G R 0 BHEZ D\ T
SO T2 TETH D,

(3) AR L7= X 9z, MEmEEREMITIR
FHZBWTHEER & LTRSS TV D RS
NERBZNVEBETHY, BESOIETHIE
HKThHDH, AL N—T O HITEES
JRPS OFMTERFE LD TRV | AF 6 F
FEII R TIToi 5 JRPS FFE R RITHIE

G. WFgeses
1. FmsgsE

FRELLTHET D TETHD, Zhn
b5 HBERRNLOFENREICET 5 &
DIEWRET 7 B ATEH LT, B—Lx
—URBEROR W U TEE &) T
WS FETH D,

E. #&am

AEF % 13 B AR THIO CTO IRD OB
FIRAED T A RT74 &G L CTHARIZE
7% IRD BIRFHIMEORLMEE L &b
2, FOEMRES 2B E L=, £, BFE
VYA MU EHWTHRIZEBT 2 ARIEDH
KL T30 72 OSSR Z SN2 T 5
TEMTEL, SHITHRAE—LR—T O
UGETRBE S TOIEE %@ U CRERE
ICHEBOFRIBEZIT ) Z LB TET,

F. fEEfaRE#R
L

1) Nagasato D, Sogawa T, Tanabe M, Tabuchi H, Numa S, Oishi A, Ohashi Ikeda H,
Tsujikawa A, Maeda T, Takahashi M, Ito N, Miura G, Shinohara T, Egawa M,

Mitamura Y. Estimation of Visual Function Using Deep Learning From Ultra-—

Widefield Fundus Images of Eyes With Retinitis Pigmentosa. JAMA Ophthalmol. 2023

Apr 1;141(4) :305-313, 2023.

2) Tsutsui S, Murakami Y, Fujiwara K, Koyanagi Y, Akiyama M, Takeda A, Ikeda Y,

Sonoda KH. Genotypes and clinical features of RHO-associated retinitis

pigmentosa in a Japanese population. Jpn J Ophthalmol. 2024;68(1):1-11, 2024.

3) Asano S, Asaoka R, Oishi A, Fujino Y, Murata H, Azuma K, Miyata M, Obata R,

Inoue T. Investigating the clinical validity of the guided progression analysis

definition with 10-2 visual field in retinitis pigmentosa. PLoS One. Sep

8;18(9) 10291208, 2023

4) Hirami Y, Mandai M, Sugita S, Maeda A, Maeda T, Yamamoto M, Uyama H, Yokota

S, Fujihara M, Igeta M, Daimon T, Fujita K, Ito T, Shibatani N, Morinaga C,



Hayama T, Nakamura A, Ueyama K, Ono K, Ohara H, Fujiwara M, Yamasaki S, Watari
K, Bando K, Kawabe K, Ikeda A, Kimura T, Kuwahara A, Takahashi M, Kurimoto Y.
Safety and stable survival of stem—cell-derived retinal organoid for 2 years in
patients with retinitis pigmentosa.Cell Stem Cell.Dec 7;30(12):1585-
1596. e6, 2023

5) Kitahata S, Gocho K, Motozawa N, Yokota S, Yamamoto M, Maeda A, Hirami Y,
Kurimoto Y, Kadonosono K, Takahashi M. Evaluation of photoreceptor features in
retinitis pigmentosa with cystoid macular edema by using an adaptive optics
fundus camera. PLoS One. Jan 2;19(1) :e0296493, 2024

6) Mizobuchi K, Hayashi T, Tanaka K, Kuniyoshi K, Murakami Y, Nakamura N, Torii
K, Mizota A, Sakai D, Maeda A, Kominami T, Ueno S, Kusaka S, Nishiguchi KM,
Tkeda Y, Kondo M, Tsunoda K, Hotta Y, Nakano T. Genetic and Clinical Features
of ABCA4-Associated Retinopathy in a Japanese Nationwide Cohort. Am J
Ophthalmol. 16;264:36-43, 2024.

7) Kitahata S, Gocho K, Motozawa N, Yokota S, Yamamoto M, Maeda A, Hirami Y,
Kurimoto Y, Kadonosono K, Takahashi M. Evaluation of photoreceptor features in
retinitis pigmentosa with cystoid macular edema by using an adaptive optics
fundus camera. PLoS One. 2024 Jan 2;19(1) :e0296493, 2024.

8) Goto K, Koyanagi Y, Akiyama M, Murakami Y, Fukushima M, Fujiwara K, Iijima H,
Yamaguchi M, Endo M, Hashimoto K, Ishizu M, Hirakata T, Mizobuchi K, Takayama
M, Ota J, Sajiki AF, Kominami T, Ushida H, Fujita K, Kaneko H, Ueno S, Hayashi
T, Terao C, Hotta Y, Murakami A, Kuniyoshi K, Kusaka S, Wada Y, Abe T, Nakazawa
T, Ikeda Y, Momozawa Y, Sonoda KH, Nishiguchi KM. Disease—specific variant
interpretation highlighted the genetic findings in 2325 Japanese patients with
retinitis pigmentosa and allied diseases. J Med Genet. (Online ahead of print)

9) Fujinami K, Nishiguchi KM, Oishi A, Akiyama M, Ikeda Y; Research Group on

Rare and Intractable Diseases (Ministry of Health, Labour and Welfare of
Japan)Specification of Variant Interpretation Guidelines for Inherited Retinal
Dystrophy in Japan. Jpn J Ophthalmol. 2024 (in press)

10) RS SRS, . FEOEE ., AimdAs . B, KaiA =FIE
. KILHEAN - BEMEER 2 ha 7 2 128 52 8FIREDTA N7 4. AARIR
BlopamEzE 1270 628-632, 2023

2. HERE
1) MREEAFEENE RITOGEME, HEEE, =iFREEGEZNE NS EE#RES,
2023/10/15, [EN.

25



2) o THBELWEARIZENS HoFR, MEEE, BARRERZESESE 90 B4 e nE
AR (H OfEFEEIE) , 2024/1/27, EN.

H. FnfR FERED HBE - BRI
1. FraFlufs 72 L

2. ENFEBE 2L
3.EDOM el

26



628

HIE&EE 1278 6%

EIGIEHEIRY A FOT « [CHIFDECEREREDHA K512

BEFBHAMREMB S E AR BERME SR PIRIEE - RHRERECET S
AEMEILEEMMIES X FAT 1 5 2 EBEFHREDHA K1 AMERT—% 2T T N—TT

T LI

HARVEMENE Y A » 1 7 1 (inherited retinal dystrophy :
IRD) B a7 2 IR T 2 FKIEE O MR RO T
»5. IRDOFERE 25 B FERET S I &IX, #E)
LM EATVERA Y v ) Y T RRMET D2 TR L,
ERTHREZ IO & T 5 FHHEBETI0 URRE T E
M3 5720 NETH L, Tz, FHEEETOEEILRE
BoOFHTFMNZT TR, MEZAESNECEBEDOY
D RS Z LI SN D, Z D7D ICIZIRFS
BV TIRD ISK 3 2 BIRFIIREDS, % OBEIC
FLBEIEIATONAS ZENEETH L. —F, BIETHE
M OFERIIBET L, BEF2RTE D Lz i
TTw5h, ZOL)BEFRODIZIRD 2B % #HInF
RN DO W CEEN IR 2R T Z EPBETH 5.
KA FTA 0%, BEFHREICL S IRD 20T
FLr ) AEREDOFERIIFESTAHIEEHMEL, IRD
OBRFIIREIZDONT, BETOFIHEFIEEZRT.

I KFAFFA ¥ O@IEHPH

BIZFRAICIE, BT A(BREBEL D) 0—RL
L TITbN B BIEFIMREDITH, B LTiTbhb
EIET T, direct-to-consumer (DTC) & & T # 7%
EWEEND. RFARNIA UL, BETEE L CEE
FHMEZRIT ) HEENRET L. Wgte LTI T

W DB G TR 2 &0k, Aidy o RSFSRGEIRSE [ % %t
R e 35 EGRE - BERIFEICHET A MR (&
ZLR DI TEBT DUENDH LD, KT T
L ONENET B, T2, DTC BIEFHAEIZOWT
b, BRI IITRHAIRIICZ Lz, R4
RIA YOG EIZL W,

HHZHRICB 2 B AR T 56 F 2 20w
T, AT @R AT e B B e G R R BRI SR
S [EER IS 31T B Mg A o K LA B 0 B A 12
BT AR ] OVERK L 72 THER IS OZE I B 5 #
R OIRE ] (ZEEH 2) ST 5.

I IRD #fzARmA

1. BREOBE

R L, BRIV LIERENE LR
ETHY, Wes L CEBSNL BT & IZXG]
N 5. IRD EIEFAIMA & LTI, Sanger i, EEZT
ISAOVEEES, BTV — MENT, &7 MBI R ERE
tr. IRDEfE T/ SR IVRAL, MEORNRE T 5 EET
B, K — 27 = 24— (next generation sequ-
encer : NGS) x HWTIRIT 2 ik TH 5. 7/ LEMN
IZE o TR LN 7 v MO OWTIE, #ifr
FEHFICHDLL S F SEHEMETHR SN DL S@EA (T
F A= b 3F V) THERFIIA O R 2 U
HITLZEeDEZLNG.

1B B EEFIRED T A R4 MERT—F > 77V —F

iz

CURHD B (EAREERCE IR R A E)
I R (EESEER R IR AR

P HE (B R RS RSB R R FE R B

A FHELA T (= 7 1 & > & —le)

T ARGy R AR B Al B i MR R BOR T 7 SR R A I - BRI ZEMRIE (B 9 2 A AR JE R B AR VAR A b o
7
1=

DE RE (R RS R A R R B R A R A IR A 2R )

IR« AL ARV R R R A )

W O5 OREER -t~ & —BRRITE £ > & — R migeds)

KA B (R E AR A 8 =)

=% I (BB R B A 7R HIEE)

BRI HE N UHTREEREEBE R AR JE BE RN RE A 2 — 2 > 7 E)

AL - DA TR &

T541-0056 KPR H LXK AKERET 2—1—25 JTB EIV8F
MASH JTBII 2= r—Ya v PS4 v FHELEIE ooy a VETHERN

E-mail : vitreoretina@jtbcom.co.jp

F %% A0 B

HFE (77 T —P), WHEZ (I 7 T)—F:JCR77—~, #7573 —P), wilH#EAGF (I 7T —F:
TAF T AR BREIE FRLT77—~, b—A—a—KL—Tar, Zary, €©Varr7), HE ¥
(#1721 — F : National Institute for Health and Care Research, 7AT7T A7 7—<, Yyt 77—7),
ZEEBITIT)=F: /T 1 A)

27



4546 H 10 H

2. WREBTICRTEHERS

FRARIER 2 5 IRD LM ST a A, b L I35
BTV LEHEIZBWT, IRFHE B R T
2 X W OMEEDLE L FIWT L7236, £ 7RARIEIR
DOFWLS % H CRIEVERBE 2 & Dt se AN L ©
FHNZLELGEIL, BEFIOREZIT) 2 LAMEYT
BB, BRFEIRD S OFBWIL, [HEBEREEZE T A
K742 (ZEEH3), THHRY A M0 7 1 OB A
N4 (ZEERAY), [Ty —ERREDIEEE |
(ZZEH D) 2 ST 5.

3. BEDKRHMFEEDZS DN

1) BHARNCREICHT 2B BRERNIID 56
BEN 16D L CHFRENI DT IH B LT S
g, REHEOREXE) 2T, Bl LTRERA
Pob Ay Tr—L R -avky N eBRAEIELET S,

2) BEARNCHEICHT 2B BRERRNDBLVIGE
BED 16 mAMOLAE I, REEDPSA VT 4 —
AR avEy bE2EL, R, BERAOIFIIIC
JGUTC, 4174 —L4 KTty ORISR IS
CEDEF LW, BENTEULEOEA I, 1
TA—L RN Ty ORBEREL, XEICLILT L
v M OREIIAFZEA D EOBEFTITbNSL Z A
HITHh 2 (ZEER6). MERICA 7+ —AF- Tt
VM EREAFTE LT, MEONE & HE T X 2 Bl
RHERENTE LB > 72H 5T, MAEDOHNE -
FHERIZOWT O L HROBREDRITOENLERETH
5.

4 . BEDOEMEHICDNT

IRD #fz2eity, O #fEr v v v 75l %
HY 5, @ BEFANREORRE 2 25REIZOVTO
TREBEAET D, @F 7 ARBEIZHT 215 R BE
REZDORFEG PR T KR TE 242 ET 5, @
EIRFHREIC O W CHEY) 2R EFERE 35 % 2
IN—= ISRV EET D, T20%, BEICHEEZSL Z L
DTEDLRFZTITHINETH 5.

—HT, BRI RITER 2 B ITRPS
NBEZENET LV, F0720, JHRENFIEHAL TN
TR R DA % b B Z EDEF Ly, HAIREE
ANEREREZTRET L% L, 5%, KEPEHINT
WL TTREED S 5.

5. EABERORE

IRD #fREHBRA THD 3 ) HAEHIZ O T,
[MENAEHROCRE B9 2 LA (E S IMORRER) |, B
R & 2T 5.

28

629

Il B 2 o> e fi

IRD BRI, BE~OHHT ML, #
Y rR T/ 7= F-arytry b2 RET S
VEND L, BIEFHREOERSS, MEEZIT5Z &
12 & 2 BEORG EAFIRRIE, BERICERERZENIC
RbODLENSBEICTFIHHSNLIRETH L, B
2T AZLIZEFAYIET D, ZoOPERFET )
FASE LT, BEIT R VT RERT S LA
BIND, @MEAYT YV TOERBIZH - T,
IRD OB ST R M LBy o2 v 7IcE
LML, F—oERE LTERT S EHE
F L, ERERIE, SERHE X CEREEREEE TR
BEOTTANY R THICEET A CHEYICIE
ah, REIMGER SN2 B80S Y, BRFEIREORK
ReBIzh k) Y FONEDS, FAlE L ThoBE
T L AR, BHRRLECERT 2 (BERR D).

1. &chorvteUVT

B v, BRI BwTELEE
ZORGEVEBOEFN B GOW, Bl HEe L)X
BN EE BN, BEY A7) 2R, &
YestinxBOREL, FAT52 L2 ETHII0
== ary7utATHY, BEFEHREDERICE
WCEELREE A Z LIRSS,

IRD #IZFIMARICER SN EZA T o) V7
IZBWTIE, BEEZZF 52 8108 2 BEOHR L AF
IZOWCEIH LM E TV, BEAH L OB TR
[T 5 I TZTF 0] 2EEIRTE DL L) ICEMT
LZENRDOLNL, T, MEBOBLRIT ) ¥
7T, BERCTOREDHERZIELCEBTL L%
B 27203 CT% <, BRENERILLEL ) .08
()« AW EOMFPTONL LT L, il
ENTNY T Y MZBEET H5E) X7 FHIliTlE, RKFE
FEENOXIE S FH T, WY R EENEROHEEHS
N5 L) HHRREMEEITH) 2L RUTH 5.

2. AV7x—=LFK-2VEVH

IRD BRI DO FNE & RT3 ARSI, BED R
HEZITHDED MY 2 720127 G S
SNDERNETHL., BEOHMZMRT 720 KB ER 7
EERMHTAZEOAEMTH L. MAEDTII L [FEDR

EDNYT7 b FUEETTHZORINIIAICL ST
Bd, REBORKE 25 DNA ORFIZAL % %
N TN (R LIRS, REDOFEREIZERS
Nando, BLOBFETIXHBICE R VWL 0N
&, % variant of uncertain significance
(VUS) LIiENn 5., 29 L2RHI LA T DT
N T NEFATHS,



630

BIZEREDITTV, BB Y 2T —DZF0H %17 -
ThH LW,

3. HRICBITZBES

1) BREOHM L E

IRD EIZFHIMAL, 7/ LARATIC & > TEREDF K
EBBNYT U M ERRTER L, BEotikkie
FRICET AIHERMA, X EMEEEI Y &) v
7, BRRETHRER T A SR EICBU 54 A
HRRBh o, BRI LA TN EEIZOVWTOE
ARt~ 21, IRD BE T 2% ENEDR L% H
&,

2) IRD BAFHBRA ORI & RS

IRD B2 FEfiT 5 2 & T, REBFRKEET
AL, ERECHRE 2 5 HRRBRIC OV TOEHR
EONLREESH L, Lo L, IRDBEFHIREY
EW L COERE LN 7 2 bDREIESNZWIEED
5. HESND LR EFEKRE ST ORI/ N) 7 2 b
AR SNV LI, BRRZHASET 2RI % 5
T, RTICH W EO MBS EIC L - TE, BiTE
KPR D LR D H B, T/, EEOER &
e BN) T Y NGRS T 2 B AR S, ERED
WS Dh BHETYH, EINTOIEFERTIRNZ EI2XD
BIEEE L GEIRTEX W EdH D, 2Lk
DWTHEFNI T 2B 21T\, IRD RS RE % A
BT LNE)DEBRFTLTH S ) LENRD 5.
BEPBRIEFNRELY T oW L2 EIR L7256 T
b, TOROTHESLEFRMER & ORRIZB VTR
LW %, THRESIZBEFICHWTLILEN D 5.
3) WAk

IRD ORI ZlE, MiEE Hv225 5%
IFHEE 2 E O WO N AT REED S H 5. 72721, i<
R COBEND 5546121, BEOMEICES
DD ) AHRAL T B REMD S 5 O THEET S
VDD 5

4) BAICHES A

PRI MER OBRIUC & 5 A EFHIE, #F, BT
H5.

5) PHILZVEEOWEHRA S 5 whEtE
BEFHIREDORN R & T A BIEF 2T L, BED
AEICEDL L) RN 7Y MPERETREES S 2
ENBHY, INEBEIITADS L IZZ KA (inci-
dental findings/secondary findings : IF/SF%?) &3
MAEOK G &3 5 BETFHEEEICE, IF/SF 257
MPLUREMENH D Z L 2 BEICHAL, FOHREOHR
WZOWTOERMERL L TBLEND S,

IF/SF O BRFEIZOWTIE, [7 ) AEEIZBIT S
HHREE7TO v AICETARE—FD 2 kitty —7~

HIE&EE 1278 6%

I — & 7 AT R Y R B AR R AT 12 B
VT % BRI ET (CLETE 2 W) | O ZRIAT RO BI/RICE
TR ER(ZEZEHR8) 2SEIZT 5.

6) FROFH
BEOHKERIZOWTIL, BROGLE Y BERNIFHE
Wil 5. BEAANOARTHLZE bRER & &I
M 2L BWRETH D05, FKEDTIE L THEEZE S
HIIE, ZOREPFR OHHE —#H MW RKETH
HZENWEF L,

7) BEOTH

FWHES I, WREHEBICH LT, 5% @k Es s
ENRWEHATH, BHEAHENEAET LSS S 2
EERED, BEICHERNIIHIT .

8) BMEWCHVIF— L EOMY K

7 ) NERREIRIEIRE Vo 7RIV 2T — ¥ 7
EOWY IOV TIE, SEERSLETH Y, HAR
B AR EAE RO T A2 TETH 5.

9) HEDHM

BEIBRBICFEEZELZOL, WOTLRZEZRETS
CENUFETH L. 1272 L, TTICHREDEATHYLY
Hl2iE, BHOER 2328 e 5. FMEZMIEIL
Th, ZOHRDHEERFBE L DBRIZB W TR
HELBWI EZUHT2LEDND 5.

IV #RHE & FRIZOWT

1. EEF/INUT7 Y SOEEH - BRRFIERIR

IRD ©% < 1%, BB (BRI OgEER T
VVIEo, s (SEE)  oRaEm 7 LoV
DON)T Y MILoTh/bE3N5, SN Y T
v NOYEFEMEIZOWTIE, BAEIX The American Col-
lege of Medical Genetics and Genomics(ACMG) 7' 4 F
TA Y EBELTHBT A 2 %, Lo,
HIWr AR B 72 23 1) 7 >~ b (variant of uncertain signifi-
cance : VUS) R, {&M#E(n (SR MHRECBIT 2

¥ 2)IF/SF (incidental findings/secondary findings) : A%
ROMAHWLAN TR EINS, BHEOEWMICHED
B &9 %) T v b 2T R (incidental find-
ings) & L < 13 kAYHT A (secondary findings) & \»
9. The American College of Medical Genetics
and Genomics(ACMG) ¥4 FF 4 »TlE, /TAT
ELMPEIPITE ST, FHNY TV I DSHES
BB T 2 L 2 HERET A8ETE2HITTC
W5,

W 3) BEMEE S (B, BiEm (SlER) - HRE
FEDD, FH44ELH 24 HIZ, [EMEE] THHE
B 12 o ¢, THEEE] EEEE] 25
ENDH L, EROFKLIT(EEL) (SRR &
HilEE CRRLT DA EZHET L EEEND -
7o DB E C I T EERB SN T HEE
K35, L0 IRERHESRMHFESRT S,

29



4546 H 10 H

TULVHEBETHLEGE5DH D, LA >, #HIEF
FIRRAS UL, M SN2 # BTN 7 7 - OFEEICD
WT, ENTHR— SNBRIMTHOINE Z LB E S
Twa, bbb, HRRRGAEPHEESS T &SR
WY T U heED) A NEIERL, Zhaed & ITRETT
LDTH5E, —H, BEALHYNY T v b2 BREE

LTWBbIENDHLID, RESNIIHEYN) 7T M
B IRD ORHE IO W THIMASLEIC 2 5,

BIEFRMRAIC L ) B SN &EmTN) 72 PO
S - BIRMRERRIE, =& A8— FSR LV THRET SN S,
IHF A= MRV T, BEDOEKREEEE L2,
[ RN OB BT 2 BInFNBREDIRS ] (BEE
B 2) % &2 BEIL, BONBITHEEIZOWTHE %
19, BUKTIE, WEEOFEL R 5 2 & AR
N T MVUS) b HFERET S,

INY T VN DEFN - BRI N TR 25 2
i, BIONDLRNETHDL, BERNTH— SNHBHUC
%hHZENEFELL, HARRBRES R EO#EEENE
B L7 WERO T — & N— ZEER, RN Y T v
MR BT 5 A MEESIHRE E LT 5,

2. FEREGCFREDHDRREHT
BEFRETHE SN T 2 b, F—gmk b
2B BDD, H5HVIIHMEEE LICHEEST 2000
H, BIUWRWRN) 7 Y MY IAREHE LT,
BEOFRIAELIT, ZO5RRKE (BEMEE) OEEL
FHMEDSLEIZ R DL Z DB 5. IRD O4E, A5Ei
Fapp3) 7 2 D> TBY, w4k 7~ b
PR HET DU RSB0 T, BaFMRE T E
Wi AHEICIE, ®EA Y ) v, TS RBHE A
YT A =LK avky IDPLETHLH. BEIMEED
HERFEREE EET 256121, =% A28— b
POOPEESEIITHILNTE S,

3. BROMET

FHYE L, TF 23— bRV OREHRERIZE DOV T
BEANOMICE BT 5. BEENBRESROBE~D
L, TF 2= ISRV TOFEmrE SEIL, BIEF
WAL AT O N O FHE, FoEEbabE
MAYTS . BAIC L o TIE, HEOFRATIIEY) 72 8%
H ) v EERT S, BB RTINS
U7z - #Ex0ses, BREBR T 72 13RB e &, i
AT IR R 2 AR T RE 22 5 5121, E b
DIEFHIREAHER SN D, BHEERITOWTUE, KRR
MO HEE O TR TDH o 7RI, WAL Tl
SNTBEIER L TR R ZERPE LN G2, £
DEFRIIOWTHEELZHAPEMPLEME 2 HTbN S
NETH 5.

B, Sk, BETHEELREPRBIIERS I, HER

30

631

ZAFOSND L) RIS 2 o 28 E121E, RRISE LT
RKITARTA V2 WET 5.

Bb i

BIETIEFER N L etk ssflAg (induced pluripotent
stem cells : iPS #ifZ) & V7= K 2 & OWise
ML, TN FE THBEHEDHEL 22> 72 IRD (24
LTHEEERT) SENEHLOOH 5. EERKEET
DFRZBIIZWOIRIZT TR, HEIHOTEIZDH
HThb, FHOBEKBERDTIXETRD L) ICHE SN,
FOENBEML T2 TR L, ERISEN ST
H o IBIETHEBUZ OV T I SEA TV S, 414,
IRDDO7 7 AT AHEHRIZEHICERENL D EF
HEh, 7/ aEREEDLHIZ, 2 FTIRDEREIC
JEH L WL 2o b L EIC R > T b, IREHFEKR
BYTh, NGSEH WAV ZIZ Lo 358 F
SELRMEEAINL Z ERTFHREINSL, KA KT
4 VTS A R ORI M S, BICHETS
HZel¥h, Fo, SRIGIREHER DAV E T S
J MBI LAHT S LR L, RIEWSETOR
TGRS 5 & b LT R b EFREINS, B
A4 N7 4 212 & o TIRD O #EIZFMRA A # L)1 FE
Eh, BEICLoTIYBVERSMREEEINLZ 28
9 5.

RN

BRI D ANERRE T L AaE - EFRRUZRICET
ZAmEIREr. SCEREE, EA @G, BIEEXE
(M 343 A 23 H 4f144 3 A 10 H—HZUE)
<R 2) R FEI O B BT b B
gt RS EREIT IR B & HEE R RO e
SERERGTEISC 3B 1) D RIS O K FE A AR O i 12
ETAMFHL (S FI34FE3 A 31 H)

BRI EEBIRTA R4 v EAEE
SRR TR Al B A A 1 e R BOR I e 2 M B R A . -
TR ZAE | B9 2 AT SR MR I e R VB
ARIA MR T —F 77— F (P 28 4 12 A
10 H)

7£4) : The American College of Medical Genetics and
Genomics (ACMG) %' A4 FZ A ~ 12015 412 ACMG
& Association for Molecular Pathology (AMP) A3
WL RGBT B D004 K54 T, b
&L LIRS BT 2 BEFOEMEOHEER
B & L CThI%E & 1172 (Genet Med, 2015). Mendel &
RO & 7% B@BIZTF/N) 7T ¥ MIDOWT, N
T v hOME, |EEICE 2 2RBOTF, Wk
HHEH, FRAWNBN 2 EOEH 23S LT, KE
% 5 BB (“pathogenic”, “likely pathogenic”,
“uncertain significance”, ‘likely benign”,
“benign” ) IZHFHL T 5.



632

CERAHEWI A MO T 4 DBMITA N4 0. BE
S BRI A B 4 e UG 1 R ORI 5t S SE AR
HEMEL - MU ZEARE (2B 3 % FA AR ZERE ¥ BE D R T+ 1
TADBWHA FIA MR T —F 2 77— T (F
3144 B 10 H)

CEFRLD) T v v —ERERES I, R 22~24 FF
JE A 7 @R E T Fe i Bh 4 (BER ER BIF e 3E) 7 v
> v — (Usher) SEMEHE 2B 5 % JHASTSE0E, “FhRL 26~
AR 3 4F RS A 7 B BF S 5 B A B 4 (BTG MR JRBL
SRIFFEERE) BRI R I | 2 B 9 5 S AT SR BE
<R 6) NBENNC B B EEE S ORI T 5
AL AT B EEINEEQ & A). EEEHE

31

< ERT) EHRIC BT S BRI -

HER&EE 127% 6%
BRI EAE IR CPH 1346 A 22 H)
WS 7
1 FI4 2. BREZEECPH234HE2H M43
RYGE)

RS T AEHRICBU AEHRmE T O AT

AI|E—FD 2 R =7 2o —% /-4l
e R 518 e 1 AR AR 2 BT B BRI 81 (2
FUEE 200 . A S BRI 78 B B A Am B VL i A
SIFREIFEHE [EIR PG L TF /) AEEEY =T
% 7280 O S EINZ AT 7 AL S B AR & AL
BRI | WFZEHE (S 349 H 8 H)



MRERENE (BEHF0) - HEEREV5— 2023/11/19 17:58

HmisEty 59—

Japan Intractable Diseases Information Center

» BAISE » E DERXTR
» IEERR—E » BERER

» EERRER BN A IS
HOME >> fmxiDEsn (—fxFIBEmIF) > HEREeREME (BE#KO 0)

MRBEREIEE (BFEHK90)

HO2FXLLEZENAEWVWL &S

AR DR BME - DHEESE

S < HHEM
(—RxFIRERT) (BEEFHBE1ERK)

R) EZ55Ic%D

MDRKTY, MRIEALZHRDEFTICEZADEBEZLEI, ZLTIDESFHREZEN
SHANESN. FATCBRAZERLZ I ENTE S DT T, MEREICITELGMENEE
LTWTZENZENDRYIBEESZ L TWERIT D, MREREMETIE DR OFEMZE W
SHRENRIICEEINE T, BMIEIERICA > TELRITERICKIG U THORIE % 18
RORBITBOEBERESICEZISEHESZIH/HLTVWERT, \HlCiE. RE<AITFT2
DOBEOMAIANG D F 9, O & DRMBEDHFOIIUNCE < 976 LT W BHHEHERE T

COMREIEEICEWE Z2TOYDRZIACRFOLSBREICERULBEZLTVE

LT, ECHLOENPEEREICERLTVWEY, BECKEEECTEIOEED
IO S BHENEICEEIND I EHEL. ZDHICBVWE ZZTYNRZICL R
o>7ch (RE) « BENELL BN ITBEOBERZRIICEILTEEXRT, 2L TR

https://nanbyouorjp2.wpx.jp/entry/196 1]7R=Y

32


https://nanbyouorjp2.wpx.jp/entry/196
https://nanbyouorjp2.wpx.jp/entry/337
https://nanbyouorjp2.wpx.jp/entry/418
https://nanbyouorjp2.wpx.jp/entry/5467#90
https://nanbyouorjp2.wpx.jp/glossary/%e7%b6%b2%e8%86%9c
https://nanbyouorjp2.wpx.jp/glossary/%e5%a4%89%e6%80%a7
https://nanbyouorjp2.wpx.jp/glossary/%e9%bb%84%e6%96%91
https://nanbyouorjp2.wpx.jp/entry/category/news
https://nanbyouorjp2.wpx.jp/entry/3756
https://nanbyouorjp2.wpx.jp/entry/5461
https://nanbyouorjp2.wpx.jp/entry/1364
https://nanbyouorjp2.wpx.jp/entry/5460
https://nanbyouorjp2.wpx.jp/
https://nanbyouorjp2.wpx.jp/

MRERENE (BEHF0) - HEEREV5— 2023/11/19 17:58

K[DETEEBICB/ANMBETUTCEF T, CITRAEWSDIE, BIERND (REFELVX
BET, EE AEPEARFEZAELBGEDFELTHET 2HRN) DZETY, 5RBH
IZ. BRERDOEIIRIDOETPHREDOENDOEDEELRERICIEBZSBVWEEZS
NTWEY, HREEREMEE V> THRAEBRIBLFERIZLOEENHD. Th
ZNOBGFERICHN UV CRREREMEDR DS 5 HIERDEZETI,

2. ZORIDBESIAREDSSVWWBDTITH

MR ERZTEEIREFE 4,000 AN 58000 A IC—ARET D EEDNTVWET, HEESR
EHERELTFOER TR ISR TY, RERICIIASHICEGHBOOSNDEBES A
EHROFEDPEET, B DEBEESATRBRERICHDAURIDADWE A, EENFEH
S5N5BESADSERHZ VDI BREFBILEERL (HMEG) ZRIFyr7TIn
HEEDIERIEE. RIcZVWOH BREFRBEILER (BHER) ZRITr7Tand
2FD10%. REDBVON XEHEELT XEERBLEER (HMHEER) ) ZRIIA

TTINDREDESUIREE R >TWET,

3. COMRUTIEDLSIBAICZWVWDTIH?

CDEIBAICEZW, EVWSEFSEDEUVEFHIEHDEFEA, 2ED5 O BIEEDEE
SAICETCZROEIT DT, RRNICHREEREEEDEE S ADNERWDERICIE. Z
STHRWERICHERUTREDIREENS < AD £, FLELERBEER (LHEE
) DFEICIE. MEINMEEEEZ U TWSHRICKETDIIENHDFT,

4. CZOREKIIDRERA IO >TVWEHDTID

ORISR Y. RERICEEL VWS EEER LRERTEHWTWSELFOER
IEL>TRIDESINTVWET, LEIRRERERBZELFNDOI > TVWSDISHREERE
HEDEBESALED S —ETUNEN>TDTI N, REDHR THAAICEZ WER
FOEENASMNCE> T, BITOBEERAE—RH 7Yy FULTETVWET, BEFXTIC
P> TWBFERRERFE L TREREREE ($) BREREMIE TIFEYS, 4k
CGMP-7 AR T AYVIRTZ7—CEa®LVOBY T2y b HETAT UV IXTLAF
BRUBAAYFroxIL. #BES 7YY 5—E, RPE6GS, ML FZIIL7ILT
EREEERE. PLRAFY., Pyyv Uy (USH2) REDEGRFNMASNTVET,
BHTHEYSEIGFICEENR DN BHANEBNEZ W D DN > TWET, EREAKE
t (BH) WEeRZUHEETRORNTY Y, RUT YUY (PRPH2 - BI&RDS) MER
HDEINTVET, XEHEBEEREME CIIRRELRT & UTRIEEREME
GTPasef@fiAF(RPGR) ERP2D 2 N FAIE SN TWET, SHRESICRERERZE

GCFEENRAESNZRIAHATY, BLFOEREZATOEDVEDICH AT VLY

https://nanbyouorjp2.wpx.jp/entry/196 2[7R=Y

33


https://nanbyouorjp2.wpx.jp/glossary/%e5%b8%b8%e6%9f%93%e8%89%b2%e4%bd%93%e6%bd%9c%e6%80%a7%e9%81%ba%e4%bc%9d%ef%bc%88%e5%8a%a3%e6%80%a7%e9%81%ba%e4%bc%9d%ef%bc%89
https://nanbyouorjp2.wpx.jp/glossary/%e5%b8%b8%e6%9f%93%e8%89%b2%e4%bd%93%e9%a1%95%e6%80%a7%e9%81%ba%e4%bc%9d%ef%bc%88%e5%84%aa%e6%80%a7%e9%81%ba%e4%bc%9d%ef%bc%89
https://nanbyouorjp2.wpx.jp/glossary/x%e9%80%a3%e9%8e%96%e6%80%a7%e9%81%ba%e4%bc%9d
https://nanbyouorjp2.wpx.jp/glossary/%e5%90%8c%e5%ae%9a

MRERENE (BEHF0) - HEEREV5— 2023/11/19 17:58

VUPRERZEREE LT BIXROLV ELFEM EPARINTVET,

5. ZOBRITBIEIHDTID
ASMNREGHIERTEZEBEIAREEEDE0%TY, UL, BEAIERERZWVES
THERZEDL > TVWE S XIEXBYEORIANICHID2ELCFDEINICEENH B EE
Z5N. FEAERFMASHDIEETEGERBRIZHDEULTEZZNETT, EED
ULhTclcid. REBHRLEOEBGFICERDH D ELREHRBIEER (HIEEE) « BREKE
MEE (BMRER) SLOXEHEHEERLHD. COMICI NIV RYPOBEGFICERE
DHH I RAVRUT BEIVHDET, BEREFEDELTTRERBRBICHENIFEAEH
ShEth. BREEEME (%) OBEGOULNMIAHRICAURINARS S5SNI, T
HIERICE URRDBESADVWDEEICIF ZOERADERD UM ehEDONET, MEHEN
MEHEE TH>ch. RUHIBOHEDHZEIEZDARENELLED T, cnidmsz
ECITELCTFORUERZMEANSZNENRITIMDPILLBRDZH T, ELTFIFRA
BHERDOHDERBFHEROEDHH D FIH. BREFBIEER (HIEER) DLtz s
2GR EESHNEITOERLITTIRIBEREFRBLETA. BLREABHER (BHEE
z) Z&dHBa. FRLTVWED DD DBEGLTFOEREIFHRICIH LD XIH. BUEK
BERZH>TVWB/IN— K F—CH DB S AREFMEE TRTNIEE. —RICTEWEE
A5NET, AlOKRERZIT D&, BREFEEERT (PMHER) HOMREREMEEDH
fcB&HMEEEZ U niE, FRICAURINH SN 2HRGHBREREEEZD
STWRWHEDHZRICHRTNEBELIBVWEEZISNE T,

EEAEHRENEE (BEERE) . BT CRRURING D ESICBDNET, IHENS
SIHESBGEFDEESNVEDICHIERICL>THEINFT, KEZHDINDF
HICHRBUEGCFOEENMEDDIMEERIFE0%EHRD FT, ERICIF. RUELFOEE
ZHDOAN. BUERTRAUK SWOFRTRRITD2EHZVDTIN, FICIFKELS
NWNRTEZENHDET, ZDfcth. COEBGHEATHDEEETDICFDHRLCED 3
HRXTORRBIEIDELEEZISNTVETD,
XEHERREEREME CIEBEBENREL (BE) . TOHEEEOHERXL R UKE
T, ZTORICHZEEOHEN RRE (BEFERRE>TLIARELRL) &L
SHZEEDFT, REEBONEFEULLIREZTZE. BLWEENADONBIEHHD X
I BRERIFIFEAEDDEFEA,

6. COMIATCIKED LSRRI E=EIh
FHEOEEZEICE DR SIERNTTEEXT, BE—RNBIRERIIBEVWEZBZTOR
ZADNEBELRDE (BRE) TETIN, £EFOEEICI>TRIENDEICKWT EHEZWK

https://nanbyouorjp2.wpx.jp/entry/196 3[7R=Y

34


https://nanbyouorjp2.wpx.jp/glossary/%e9%81%ba%e4%bc%9d%e5%ad%90%e8%a8%ba%e6%96%ad
https://nanbyouorjp2.wpx.jp/glossary/%e3%83%9f%e3%83%88%e3%82%b3%e3%83%b3%e3%83%89%e3%83%aa%e3%82%a2
https://nanbyouorjp2.wpx.jp/glossary/%e4%bf%9d%e5%9b%a0%e8%80%85

MRERENE (BEHF0) - HEEREV5— 2023/11/19 17:58

S5TY, RAIC. WEFNRCB>TVSE (BF BE) L/ IEBHNET,

VEIRZIDMDPILLRBE. HEWIHEHDEGL TRENTHEW e ENTILE>D
FICEDET, HADETVLPEREER. S5ICHENSHTLLZONHEBNTY, LM
U, DY A ZXANDEBEVEIRIPPERNGZA DSV EZRBINSBRLTVWSZEHH
DEI, HEOEFRETEIULCRELS (BEHR) . $2VWRE2ENESIFKRELD L
HHDFET, COMKIUIRAE UTHETHETITA, EEROETOEEP S ICFBAENHS
nNEY, oo SSITEROBEHAEDLEPIRFICHEBAELHSN. RYICHEADET®

EREETERINSGGEEOHDRERRICBEIBESADBVET,

71.2DEKUCIF ED LS GEREEDHD XTI H
CORKUCIFIREDE 5. MEOKEZE EDRBICHE UV DERICETZIED 2
UENICRERRH D E Ao TN BARE LT, BAEE @E0YYIIREE
RIBLVX) OFER. ALZIVHEHA (BAOTYO—&E) AR EYIVARR. &
RUEEICLDER. BERNERICHESNCEERREOERALENMTbNTVE
o WHEREFEIFHDIVWE I ENSRAICENWE ZBICASTEEZICRU ZBIBGES T U
TEWNTHBED. WOAVKRFARELDEHBICLID, XHABIWEIBTRERU DK
LEEERBS TR ULET, EYIVARTAY HTOME TREERZHEDETEE
SEZEMEHHDIENBESNTVERITD INTODEBRESAICIEH TFXSBRWAHE
MNHBDET, BEOEULICARULCERI D LEERZRECIZEDHDET, &
foo BRUERICLDBEMTIONDZENHD FXITH, ZOHRIFASNTIEHD FE
ho BEETABEENBWRE, RVBERILEF. BREBOHF THETOEWVEETYT
DT, EARBORVSENSHTHRNI &, BERAPEFEREER L TEDDET
REZBRET D&, ETRENSFASNDIERICHIT TERE T D2 & BEENE
TUTETHRERREZRAVWTEGTI RGN EFZEMICEVEEFZIRIZIET
T, MPEDSE BAEER BEEFEE. NBRDEAMETLTASHREFARLD
FWch B2 ENARTY, AVE1—FY—DEFEBRY I MNCLBI YT —X Yy hPX—
IWHEETI,

RIS NZAREE LT BoTAKR. WHEBE. ATHEE SSICREBLF/AR
BEDHRDTONTVEY, INSDBEEFTLEEBRICHEICTLTHITADBEELE
B> TWEEAN, MRBRBETINZORRIIREIC LN >TETVWET, 2007FH
5. PAUNEREEAFURT, RPECSELRTOEE TR IS WEEREEEDERLRT
BENRASNTVWET, CORISFHDO I BN SHET 2EELRBECREMETT
Y, BEFAROBERZBICEV TR EAWENRES L TWET, T8k (RLF
Ty XKINLRRY) (201 7THRICKE TESARZZ T, BNETH2023F ICREEID

https://nanbyouorjp2.wpx.jp/entry/196 4| 7R=Y

35


https://nanbyouorjp2.wpx.jp/glossary/%e7%8b%ad%e7%aa%84
https://nanbyouorjp2.wpx.jp/glossary/%e5%af%be%e7%97%87%e7%9a%84
https://nanbyouorjp2.wpx.jp/glossary/%e6%8b%a1%e5%a4%a7%e8%aa%ad%e6%9b%b8%e5%99%a8
https://nanbyouorjp2.wpx.jp/glossary/%e4%ba%ba%e5%b7%a5%e7%b6%b2%e8%86%9c

MRERENE (BEHF0) - HEEREV5— 2023/11/19 17:58

ERDF UL, BIOWRIIL—TTIE. PIEFDRPECSELRFYEY X Y AZMEA THI A
ICBET 2 BELCTOEE TR I HMREREMEZ D DEEIAI "RBELF/AK) 7
ARLTH 5 SBBEARITEONTVWET, WEDE 2. EVRIEALBRISERDE
BICAPRFSNTVERT, HNETH, HULWEABNDOBESFIERICHE > TLET,
BATIE, WEOEMIEE TEILTRESSIEZILSIC. HREE RTFEEORNT
ZL<IESERLSBEGRFEMOMBEIRE > TWVWT, BEZLUHZHERT DERAERN
TonTWEYT, ATHEERICOWTIE, RIAENIE TN EMRZEL O DHBRITR
BEERIGANCEDARELNE < B> TWET, £, MEER ERMIEOEMREIC
UTB4AERZIGAT 2 ABIRE->TVWT, RE. iPSHiflgz BWoAEZ NmEMZE
MOEBEESAICIDAT 2MANMTONTVWERI D, FEREREREMEICHICATE S0
REMENTTEX LI,

8. ZORRUIESVWSEBZELESDTITH

CORJUSRAE UTETETIN, ZDETORSITIIBHTEAZENHDXI, 30
KTHBRDEEE (RO REFZEDEHVR) METIZHBLWNE. 70 TH

TODRFBBADABNE Y, RLWEBDRICFHFHIC < WRE (BIEHRI0.1LT)
ICRBARLZNWTID, BRICKATBZHRBTULEHBENDELHDTEA, TOBEAZEE
CDRIADERE B> TWBBEILFEENERBICEZETHZ D, VEDVEDHERS
EBEFERTHBHIEICHEXI DO UNEEA. UL, RURROFTHARU
BLEFERCEAONDBESCATHZOETEPEERICEDHZIHEHHHALTEX
LIcD T DD > TWERWERBERICK > TRIIDETEPEEEN LGSR TW
LHREHEDBDET, LIch > TRUBETH S5 EWVW> TRIVERPEEE. ETE
ERTDITRBVWC EZTRICEBRLTTS VW, TOLTERDRIDETEYELER
ZHFMEICEZHILTHSSELVWTL &S, ETEZAZHICIEHRTIBDBRICIF T
(FPHTIARFIEETY, EHMNICAEIZEPREZR T THHTEDADETEZ FET

BZENTEXT, F. BEOREREVCPRENASEEICLDIREOMIC, BEDR
BTRBERTSRWRRER LR OE(LE 45 BRBIERT. MEOKEBIRTH FIRERNE
THMERTET (OCT) NEXLTEX U, INSIEHERN, BESADEGHZRD
B2 ENDRBVWRET. MIDEMOBEEZ LIT2RE T TR, EAREGREZRANDZD
ICERAT®H S ERESNTVET,

le. FHOROBIDEHL TWBIEHHDET, HARBEBHNEZ HA51FET,

BREFKREE (LX) V8> TS BRIADMINT, SkICE 3 EEZ DR TI DN

TREREMEDO—HDBESATIE. KDBEVWKHISEIBZIEDLHNTIT, KEED
B DIcHIEDNBEL L TEIRULLL B 7D, ICOATHZD, BEZBESAIREBRLE

https://nanbyouorjp2.wpx.jp/entry/196 57—

36


https://nanbyouorjp2.wpx.jp/glossary/%e7%a5%9e%e7%b5%8c%e4%bf%9d%e8%ad%b7

MRERENE (BEHF0) - HEEREV5— 2023/11/19 17:58

Yo MREREMENH > TH. FMHICKREDED ZWOBRVWTRODICESEATIH
BLYX (RALYX) CBEEHZ S ERBERIIETYT, IcEDRINGEWAIICL
5NT, BALY XDMAEHNENLT B, BEAARICBRDPITVWREDAMERL IS
RAIDBBRERE<BODITITOT, FMROHBRBMEDKBHEZSF. BEICHU T
0 CEMDBE) MAIEETY, FIMRORIAZFEIBIENEHLZIEDHBDT,
FMICELDBZHDEYRT EZRBEICHEALICS ATFMOAHEZRD B I EHKY)
T,

9. RDFEAICDRIDANBANIEZDHERICEENS. H
BVWEESBEET BH/ATI, L. Th5DBEK (F
B) THOTCHERBEMHDOWRELSBWVWIEHHBDET
DT, FREICHRLTLLIEZ W,

LT BDRAIEEHD XA

10. COREKICBIT HEF - BIEY VS
MREREEDREANRNT 1Y

+ https://www.nichigan.or.jp/member/journal/guideline/detail.ntml?itemid=306&

dispmid=909

B | EESEE HattRBBERMATEM

MRS IR - REEEMEEICET 2REMERU

MR A :

THERLE
TR E# SHMEF1TA (AEEHTHMEF6R)
BERIERORE

* (1) HEEZHEME
o DVCI1-0401#8IR TR 5 (c & 2MBIRBREMEICKH T 2 EMREEE T aROF/lla
MRERE SRR

Copyright(C) AmMEIEAN HREAMEVE/HREHREZV T —

https://nanbyouorjp2.wpx.jp/entry/196 6/7R—=Y

37


https://www.nichigan.or.jp/member/journal/guideline/detail.html?itemid=306&dispmid=909
https://nanbyouorjp2.wpx.jp/wp-content/uploads/2023/05/R5_90_kenkyumeibo.pdf
https://nanbyouorjp2.wpx.jp/entry/2513
http://www.nanbyou.jp/topics-2/chiken-090/

MHREREWE (BEHKRI0) - HRBHRE>YI— 2023/11/19 17:58

https://nanbyouorjp2.wpx.jp/entry/196 7]7R=Y

38



MRERENE (BEHF0) - HEEREV5— 2023/11/19 18:24

HmIsERtE> 57—

Japan Intractable Diseases Information Center

»BASE » E DERXTR

» IEERR—E » BERER

» EERRER BN A IS
HOME >> 22l - JaERisdt (EFRESEEEIT) > HREeREME BEHK9 0)

MREREIEE (BFEHK90)

HO2FXLLEENAEVWL &S

AR DR = - THEEE

&< HBEM
(—RxFIRERT) (BEEFHBE1ERK) "

R) IFZBE5IEHD

O B=E

1. #IE&

BEETFEENRE THREROFEMRER VO ER ERERENASHICERT DEETH D, HHAIK
iF. REECRBREZART %, RAICETLU. BFICE> THRIKE (BERIK
O0.1LUTF) &3 H16% 01D,

EERIFHBENZFREOODH D, ETICTEAENKE L,

BHEAED S SO ADER AT EI A MO 7 . AN & #ESRRAE 0T K%
PRI Z RO T ¢ EIT %o

2. RA
BILFEENREATHEROGMRERVER ERBRNLSEICELETEEEZIS5NT NS,

https://nanbyouorjp2.wpx.jp/entry/337 1/5R=Y

39


https://nanbyouorjp2.wpx.jp/entry/196
https://nanbyouorjp2.wpx.jp/entry/337
https://nanbyouorjp2.wpx.jp/entry/418
https://nanbyouorjp2.wpx.jp/entry/5467#90
https://nanbyouorjp2.wpx.jp/entry/category/news
https://nanbyouorjp2.wpx.jp/entry/3756
https://nanbyouorjp2.wpx.jp/entry/5461
https://nanbyouorjp2.wpx.jp/entry/1364
https://nanbyouorjp2.wpx.jp/entry/5460
https://nanbyouorjp2.wpx.jp/
https://nanbyouorjp2.wpx.jp/

MRERENE (BEHF0) - HEEREV5— 2023/11/19 18:24

3. R
MRMETH B, ETIEHRRTH S,
(&E

(2)REpPRzE

(3)|RAOET

BREICKEREEPARE. ZRGEZERY %,

4. Bk
BRRATIERFRENMELZS N TWRWL, BT AR, ALEER. MEEL. SlkRES
BRECDODVWTARIMEESNTWVWS, KNEICEHIT Z2EREPEIDZEICKH L TIE, &
BOBEENMTDONLTWS,

5. F#&

REC KD ELBDN, 2 THREETET. EV D TIF40RICHSHKBREICE S,
ES=iDPNEE!

CEERL) IKEZEEIEEL< BV, 60RTHHRDCEBIIEDENRFONEH D, 18
BFIRED DS

TREBHEEET ZEENREL R D EFICKEE KT, HNERE., GHEICKLDESA
BT O—EBIEFMIC & > TIEIEBEENHET S,

O BHOUECHELEE

1. BEN (THAEEERSGEIRISER)
27,158 A

2. BIEOWE

T GBEFEENFEREEZSNTWS, )
3. WEMAESE

KEETT (RBHSEER o )

4. REIODES

BE (A IET)

5. B

%D

6. BEENE

BT OREEEAEMESLOBEEMEEAVT, I Il VEOEENRET 3.

https://nanbyouorjp2.wpx.jp/entry/337 2 [ 5R=Y

40



MRERENE (BEHF0) - HEEREV5— 2023/11/19 18:24

O 1BmEHTT
MARITIEIR - RAEEEEICR Y 2REMRIL
MEARE BHEHIAZEZRRE HR  IIR$E—K

1. BREER
OF:3-

@ HREFIRE

@ |\WAOET

@ =9\ (XIZEF)

2. BARREMRR
(1) REPR
LRI N
HE R ER
BIIVERERLE
ZHIDAR
R EEAE
EIE M
(2) HRERORE (Hs5E. BMR, HRR)
(3) REBFRSNME TREER ERERIC L 2@BENLISEHL
(4) XTHSMBHRTHOBICHITZITU IV RY—y (E2) OEE (RERXIEH
%)

3. sHoNTIU—

O ETHEDRKRETH %,

@ BEERT. EROVWThH 1 DUEN#HSN B,
Q@ REMRT. LZOVWThH 20U ENHSN B,
@ WEBEX T, LERORRIHS5NS,

https://nanbyouorjp2.wpx.jp/entry/337 3/5R=Y

41



MRERENE (BEHF0) - HEEREV5— 2023/11/19 18:24

® RIEMEXFHFEME TR,
ER. O~O02TZHiLTHDZ, EEHERE UTOMEREREMIECZHY %,

<EEESE>

BEEDFEDI . VEOEZNRET 5,

I BIERAD 0.7 . D OEEFHRELRL

IR : BIERA 0.7 . REFIRAESHD

IE : BIERH 0.7, 0.2k

IVE : BIERAN 0.2KE

E1 IBERND, BFEbIC. RFBADRDAEEZR WS,

E2  REPESHD LF. POOEERENT—ILRY VI-4RIET20EMRE Y 3,

NEMEER CEERMEOREINICH T2 EEEH

1. WEEZWICAWDERRER. REMBZFICEAL T, SMEE L ICRBRORENZ WS
BlKid. WINORHOEDZAVWTHELRIRW (2L, YZEROBBEZRT R
RIERETH > T HRABEBDDICRS, ) o

2. REFMBRICKTIEEENEICOVWTIE, BYUREZNEED T CRENTONRT
WBRETH>T. BIE6NARTROBVWREBZEMIYMIZI LT 2,

3. BH. FROBEN LEDEFEESEET—EULICEU LBEVWETHSZD, B
EEZMRT DI ENDEREDICOVWTIE. EEEMRONRET 5,

CFR27FTRTH BE - PUEES BEEHEEENK)

WMRIIN S DB : RERROBEEER - V> D

HREREEZEAI RSV
* https://www.nichigan.or.jp/member/journal/guideline/detail.ntml?itemi

d=306&dispmid=909

BIRUEREY A NO 7 1 LB IT2BEECENRBEDOAAN RSV

* https://www.nichigan.or.jp/member/journal/guideline/detail.ntml?itemi

d=638&dispmid=909

ISERIR | EASEY Bal R BRI

https://nanbyouorjp2.wpx.jp/entry/337 4 | 5R—=Y

42


https://www.nichigan.or.jp/member/journal/guideline/detail.html?itemid=306&dispmid=909
https://www.nichigan.or.jp/member/journal/guideline/detail.html?itemid=638&dispmid=909

MREREEE (BEH#RO0) - #WRBEREY Y — 2023/11/19 18:24

MRS - REREREICET 2HEMEU

AT
ML LE
&R EF# SHM5FE11H (ZBEH HMEFE6A)
RER] DR
» _(RBH) #i%
o DVC1-O401#BIE TR S IC L2 MEEREEICH T 2R MlREET T ABEDE]/la
MHEMEERER

Copyright(C) XM EIEAN HREZMEME/E#REREY T —

https://nanbyouorjp2.wpx.jp/entry/337 5/5R=Y

43


https://nanbyouorjp2.wpx.jp/wp-content/uploads/2023/05/R5_90_kenkyumeibo.pdf
https://nanbyouorjp2.wpx.jp/entry/2513
http://www.nanbyou.jp/topics-2/chiken-090/

