AT BB AR B B (R PER B SF BORMT 7E32€)

SyHRMT R

MT-TS1EEFDOm.7471dupZ £ &

i wekiE )

FAME RIS JHSZAT B NE SR el f o =i o 7 —

JAX,

N

E RS O F A ARV BT D 5

H et Fk

MAEEE

MT-TSLTEE T Om.7471dupZE # i3, EE HIESNHL), A2 RE . £
TIXZEOWGICEEL TR Y, KEEFEREY: - 7/ 2F2ACMGA) L7 Y
=N 7 B ) Y —A(ClinGen) DH A KT A XL VIFINY T hE X
NTW5b, ZOFRTIE, BAAN8 FEEXIRIZ,
(2B 9 2 SNHLO KBV 2 FEAMZ A L7,
Ty NeHETHEECKT D RREIE, Bihrvk VT, HER
BEDOBLIE OFEAM O EEMEZ 581 L T\ b,

m.7471dup/NY 7ok
FREDORER, m.7471dup/NY

A. HFERE®N

m.7471dup/N Y 7> M, S HERE(SNHL), ##
AR EITFOmFICEET 5 2 &R
MBI TWAN, ZO/NY T o MIERA) IS
FFHEBBIZEEH OISR TV RY, 2D
FZE I, B ARAN8F i 2 %42, m.7471dup /N
U7 > MZ X ASNHLOD FEREY 3 X O 89
F A WS 5,

B. BFRFE

%1%, MT-TS1 ® m.7471dup ZRZ2HT % H
AN 8 FHET, SNHLIZRAE L TV, &xi4
FOIRERERBREIT, SRENLER:, 2
X OFBENDINE SN, WIZROREIL,
HERELENIRE CH o7z, Fhi L=
EOREIL., HHRE ORBEEMIC I > TREL
7~

(ffiy B 1 ~ D Bic )

2 S ESRVATS 70 1 N EERVATS 7 S O X
Wt H— B L OMOSNIEEE S~ T O fii
HEEZBROKRERT,

C. HHmR

MT-TS1Pm.7471dupZ: %12 BE 9~ 5 SNHLX
Z DL DR D F R ZAZ L2 D3> 7275 A
DAZIIE by RU TEE E BT 25k
BERH ST, SADOTa Ny RIRESTAI—
Tm.7471dupZ 8L 2 H L TWeRn b AD 7 1
Ry RE~Tu7I7 A —-CERKEALTE
V. EOHIPHIX2.2~82% ChoTz, TmT T
RS D8F 113 N DR D FE i H m.7471dup

11

ERRIZOWTHRES N, IIANERKEZF-
Tz, 7a—Nr FEZORFOFREEE T
TRTOWREICEBNT, RETSTAI—DF
FIL33.83% (TAN) . ~T 7T A —(F57.1%
(12.N) | BAERIF9.5% (2N) Tholz, HE
TITAI—, ~NT T T AI—, BERDLE
IZDWTIE, AFERILIA—F RO OFEM T
Rl U TH - 7203, D3RR OFEM
THRLDLGEThH -T2, D5 HAFR T, 7
0 — R MIRESTAI—ThoT20, o3
ANORTORRIFA~AT O T T AI—=Th-oT-,
FRETIE, ANIIA~AT O 7T AI—=ThH o728,
BT ARCTH o7, FIRTTIX, AANEZD
MENRA~T T T AI =% L0, REFOM
RHIBHARCTH - 72,
m.7471dupZ IR Z BFEARD T 1 —s30 |k
E X DORBUIIHAE T T A I —0Dm.1555A>G
ERIKN, THFZD T a— MZIZCDH23D
BE~T A RERRN, 852D T a—N
MZIZGIB2OE G ~T v AR BARD B
SN, INHLOERIT TN CRHESEER L E
Z B, sEIEESLI R E N TS, CDH23%
BB LXOGIB2EREKEHTH TR RO
mBIE, ZNDOEREORKFT THDH Z &N
R Sz,
m.7471dupZ AR DIZBEHRIL, BEMREEK B
MENT- W5 2 Br< & 62.5% (16614 1041)
Thol-, "EFTAI—T1%100% (7#IF7
) . ~T 7T AI—"T1%33.3% (9f+341)
Tholz, HHEOREIEE X, EHORWEFDOH
DAEIZ Ko THRIE 4L, HERE OBASRIE % Fr
TR WBAND T a— Ry R TIPS )G HE



ETHEATHY ., BREE OO & AR
K% FF7= 72 11 N O RS O S ik o0 #ERE 0O FIE T
I, LN OEEE THRA ThHo Tz, BEHLN
b Em.7471dupZE R OEIE L ORI A E 72 FE R
RO bR o T, HEOBERFRZ LD
IRWRET T AI—ERO2ANOHHE (155
DIII-2, 6FADII-2) [T O#EREA S L, #
FEOBGIRNZEDRNA~AT BT T A I —0
60% % 2 53 NDOHHRF QFRDI-5, 45 %
DII-4, TI-3) 1FIEFRBENEZH L T,
m.7471dupZ %A L, #HFEOBEWRIK 2B
INE TR WHRER T OEEIE D78 EI X, EITHke
RKMEF-1Z6LLT (80% ; IOAH8A) THo
Too 77— N0 KT, 1A (BFR) 13K,
AN (1FR, 255R, 45%. 65R) 1X65EA
Thotz, m.7471dupZ BRI L OS2 A5
LR OFHETIE, BIEIZSANDOFE T6RELL T
(FFE1DOII-28 L OII-2, FiE6DIT-4) . 1A
DF TR0 (FIR6DIIL-2) . 1LANDFEHET
¥1605% (FE4nI-4) Tho7-, NHSE3ZIT,
HERE Ot O BRI RIK & 58D 72 o T B Fi % Ff
DBANDXEE (Fr—_r AN ERTTOFE
2N) Tlix, 7o — 2 b3 ANEETe5 A (83.3%)
ANHSICE# L=, NHSICAH L7254 D 5 b,
24121 HEABR (AABR) 72 &h, 2412
IXHEDEEE SN2 o T2,

FIE3 L FiraD 7 v X RIZANSDO Fif# a2
L. ABRBEDONIZIZH 20D 5T OAEITIEH
Thotz, IHIT, FRITIE, KA, RADKR
5B (II1-2) . BB I1-2) 23, ABRIC L 28 L
L EPTAIZ L BBEN LIV DOAR—E &R LT,
FICAR—EIL, RABLOARAON (TI1-2) %
GeFRE6 THRE SNz, 25 0T RidiEd
MR DOMREREE 2 /RIR LTV D, D OHER
FCITE SRS F B BAF IR - TN o
END | RIS REREORE XRE T D
FREMEDN BV, S BT, IO OHEREIZE T
HOAED BF X, SME B O RERREE % [F] RF
R LTV, FR1IOT X CTOBRE RO
FE2 N HCTH L OV E I IMRIR #2317
iz, FESD B T, CT TR S /-t
TR D BAZE & W AR DT B DS Wi A= phf s A
fEE L —F L7z,

FIR1OMERZ ORERIT, E%R10ERIZ3ED F
WRIEZRER L2, FIR6TIE, RABLOZD
gy (II1-2) 13l A 102 7 3 K B 2 Bh 1 i 55
(ADHD) &S, RAORF oML (-
4) 1 IHARIEDOEEN D~ -, ZOERKE
Bf oM OWBRE LI by B 7RI B
HIERIZ A B N2 o T2,

D. £%

12

AWFZE TR ENTZ—HEDORER S, m.7471dup
2 RARICBEE S 2 RBAL, EH B0 5 1
RS 2D . DV 2 FE RS
FC.AY—-ThHDHI LN RSNTZ, m.7471dup
ZERARDZERIL, BBAR IR A BN S =4
B abr & 625% THY, FESTAI—0D
LA 100%, ~7Tur T2 —0%AT
33.3% T o7, m.7471dup LEREKZFHHF
U7 NFHEDFATHFZETIX, 13 ADFREF 2L
~T 12 BARRINE (69% DiZER) (BT,
2 NOXRE DI 2 L, 7T NOX5HE
DR ZEAONEIR 2 & L7= (Tiranti et al 1995),
I T X DOFEBEICET 5 THE TliX, 38 AD
RETTAI—FHFA~AT T TAI—DER
WERIRE D 9 H 27 AW, INE L7 SEdk & U CE
WA 5 L7 (%R 71%) (Verhoeven . 1999
), AR TIE, AT 7 X~ m.7471dup
ERKEEHEEEN S HRE O A 2 LT,
LML, T HDOFEBENGDOREIZLD &
m.7471dup OFGREAREREZFEHSO NOFIZiX
FENMNEF RN BN,

m.7471dup ZRAKIC K 2 HE O £ 72
BN TV, 2 ODORLRDEFHRAD 2 NDT
23 RiX, ABR 2372< OAE NIEH TH S &
Efe S5 ANSD O REHEA 7= L7=, ANSD ®
B a2 WSNHLIZ S F = R Y 75 HEE
W< AHABND2, ANSD 723 b= R
TR EMSL L CRE L TV 5 (Huang & 2022;
Kaga 2016), m.7471dup ZRK%H3 5 HBE
23T 5 ANSD DFEITHE 1$ 720, ANSD &3
T, BERIPARTH D2, m.7471dup
ERKEE TIIEF RPN BRI Th 72,
T ORFEIT AR OB FE OPERERE E 2 S M L
TWHABEMER H D, & 512, COR 721X PTA
(2 K DR S A DEETEIC )b 53,
ABR & OAE OIHEDRFEHR 1 D3 ANEFFR 6D
2 Nic@lgi &z, Fkx1xliai, ANSD &0
K4 T OAE FUSHNVEBRIETE( TS 2 L
G L7 (Kitaoetal.) ZTHuHd 5 ADOHEFE
2% A U BIRFR FAE L T2 ATREME S 8 5 23 |
HATO OAE 7 — Z 3720128 F DIEFE 2 MGk
THZ LI TERholz, EBIT, FES EF
7 o7 aRy Rk, SNHL OHG@ o Rz R
L7ze 2RO DOFTRNN S, m.7471dup 28 BAKIT,
FIZEE STV R WG F 72 1T BB B A
2 & o T, iAEARERR, BB, X0
OHRERE 25| S 2T AN H 5 = L AVR
X7,

E. #&im



AWFZEIE MT-TS1 @ m.7471dup 2 FA |z B
T HRIAMOE(ICEET 2 EERM A ZRME L
7o BIRM2RFERIL 625%THY, ~T a7
FAI—LVERETSTAI—2HT HEHRE
DI INZBRPEN &, BRABFHD 80%I2
BOTHERMEETITRWRIE 6 %LLT) THD
& BHEAEE DK 80% 2BV T NHS Df%
WARBLFTHDHZ L, HIEOBEIEEIN L Th
HTl, MRFIREEZFBLTND T &
ANSD F 72 13RI E R B & OB MR STz,
m.7471dup ZEEKEZHFTHEETIE, ZnbH o
KHM DR E A BET XRETHDH, m.7471dup
ZE AR SNHL. #5712 ANSD %3531 2 IEfE72
2T 57201203, SR ENLE

13

THY ., THITEANRRENE OBIRICHIRT 5
ATREMEDS B D,

F. Wfgesk
1. FCHEFR
BA=LdP
2. TR
BA=L P

G. FRMEHED HEE - BRERDL
1. RFiFEUS

BA=L P

2. EHBREG

BA=L P

3. = Dfh,



	分担報告書_Part3.pdf
	202310085A-buntan2

	分担報告書_Part4.pdf
	分担報告書_Part5.pdf



