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BREEH [Ty vy —EEHE (XA T1, #4772, ¥473)]

BREL  [Tyvy—iERE A1, 2472, #473) &

o FRE]

B

7 ¥ % — (Usher) SEMEREIL, SIS MR CARATEIE & F 5 SEBEREME OB TH 5,
ORI LR EE~ B E CLiRA < BRMICIET 20INIZ LA EE ED D,
F IRV IR ISR IIE L. IR 2 ICHLEPERZE D8 HETT L CHE AR & 72 5 1178
2\, Ty Uy —IEBEREIE Y AREE (B BiEEE L 2EETH DS, RRE:R
L LTCIBEE TIC9ONRE SN TWD, ¥ A 7 11% MYO7A, USHIC, CDH23, PCDH15,
USHIGT® Y . #A 7 21% USHZA, ADGRVI, WHRN, % A 7 31% CLRNI Th %, 7212 L 2 h
BOT v X —REGEREO KBS T I3 AR A & (b 72 W EEREC . #EEA b
MRAEEMEDRIK E R 580805, £1-, CIB2IXT v ¥ —EHERX A4 7 1 OJFRIA
ELTORENRHLHLEDOD, TNERETIHRE LD, 7 v v —EBEREORKE E L
THEE L TUMRu,

KA CIE MYO7A, USHIC, CDH23, PCDH15, USHIG, CIB2, USH2A, ADGRV1, WHRN, CLENI A5+
DH R Ea— R Y L ZORIGED AT T A ATALaE 2 ks — o =
P—THEHT L. EITHRH I T LAV 1%L0T Offile — IR E S & BV - KK
[ZOWTHET 2, Y — PRI S — 7 o —DF — & O N LB e A1
U H—ECL DXy ET ) == U —T O AT 9, 7B RIFERK - FHAE
O =2 B — KB KBUE e 7 SEEZEIZB L T @R E COMMBMEHY — R0
WA — 5 Y —TIIREE R 72 MEXG L L, BHIILE YA 72O TN
V7 ha—7—THRHTEZL0IZE L TUEET 608, N T ha—7—THil
TERDS b OIZE L CEEE Ly, 7o bitEikichnz, Friomik b ricis
nd 5.

B4 position (hg38) HGVS. ¢

ADGRV1 chrb5:90675175 c.5111-68C>T (N\M_032119. 4)
ADGRV1 chr5:90803599 c. 14661+717A>G (N\M_032119. 4)
CDHZ23 chr10:71677444 c. 15615-12G>A (N\M_022124. 6)
CDHZ23 chr10:71791117 c. 6050-15G>A (N\M_022124. 6)
CLENI chr3:150942410 c. 254-649T>G (N\M_174878. 3)
MYorA chr11:77128488 c. —48A>G (NM_000260. 4)

MYorA chr11:77182403 c. 3109-21G>A (NM_000260. 4)
MYorA chr11:77204062 c. 5327-14T>G (N\M_000260. 4)
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MYoz4 chr11:77208403- c. 5857-27_5857-26insTTGAG (NM_000260. 4)
77208404
PCDH15 chr10:53837297 c. 3983+3023T>G (NM_033056. 4)
PCDHIS chr10:54325828- c. 705+3767_705+3768de1TT (NM_033056. 4)
54325829
USHZA chr1:215647750 c. 14583-20C>G (N\M_206933. 4)
USHZA chr1:215647756 c. 14583-26A>G (N\M_206933. 4)
USHZA chr1:215653970 c. 14134-3169A>G (NM_206933. 4)
USHZA chrl:215723621 c. 12066+4409C>G (NM_206933. 4)
USHZA chr1:215794441 c. 9959-4159A>G (N\M_206933. 4)
USH2A chr1:215866379 c. 8845+628C>T (N\M_206933. 4)
USH2A chr1:215867824 c. 8682-654C>G (N\M_206933. 4)
USH2A chr1:215891198 c. 7595-2144A>G (NM_206933. 4)
USH2A chr1:215963842 c. 7120+1475A>G (N\M_206933. 4)
USH2A chr1:216073319 c. 5573-19A>G (N\M_206933. 4)
USH2A chr1:216074134 c. 5573-834A>G (N\M_206933. 4)
USHZA chr1:216088638 c. 4885+375A>G (N\M_206933. 4)
USHZA chr1:216179372 c. 4397-3890A>G (N\M_206933. 4)
USHZA chr1:216289787 c. 1841-377A>G (NM_206933. 4)
USHZA chr1:216322003 c. 1551-27A>G (NM_206933. 4)
USHZA chr1:216322480 c. 1551-504C>T (NM_206933. 4)
USHZA chr1:216350564 c. 784+14389G>T (NM_206933. 4)
USHZA chr1:216423268 c. —259G>T (N\M_206933. 4)

(1) BEFE
MEAHEUL LIS 7 5 DNA D YT DA RBIFOTAESE=—F
Sk YL EDA v ha BRI EANA T VA= a b D WITEERD
HEE (polymerase chain reaction ¥, PCRALME) (X VIRMI L. Wit —7
Y —HDH0EF v BT Y —— T o K ABE TR EZITV., A xS
RO AEE 2 — FEICEIT 52— v v v 7Tl rTRE 2 K HBUBE S
WAL DA BE RN T 5,

(2) EHEEROHEEHE
EEEICHWONTWD e T A 77 L AR E DG 6 | AR BAE T2 5

4/ 6



(3)

(4)

(5)

(6)

(7)

(8)

(9)

DHEBEZHES D,

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZET L0 TIEH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 52 B LA,

AEZZRFET HHEITH o Tid, EERCHEEAT O FEREFT 0L
HEDEFELH Y F A,

/ AENPEAE s
FERHERIC TR O HBRCERFUC DWW T HSICitA L, AKBEOH LIAZRDOE R
T HERT A,

BAIRDERRAE S
WRETESAT D EA AL 1D S0# 7~V s AE A S -8 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BAEDORRE
I ImL LA b 2R3 5.,

BRIE DRI
PRIMAR T, TR IE £ T TR E T 5,

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIMS ), FEEHOBRICEET L Z L z2FAlE T 5,

(11) MEKEERORIED T~V OTLHEH

FRIRREAT 7~ ITEA L 1D 70 & QNSRS BEA 1D 2 5tk 7 5.
MRARIEHE L, YRESEEORX AT 5, EREHEIEE 2L TITRT,
- B4k 1D

- WETOMRAEHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR
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(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREB/HHE
7L

(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT B FiAsE (O B FRA=)
T292-0818 T AR H M2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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