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(HEHE 72 &) 1 O BEEALIEZ 5D T, EENTMA(LZ & 7o e RO BB A LAE D
JRIK & 72 DIB9S U 7 v N B IRFUCRER T Do AREIZL VRN Y 7 > M EFETE
DA FIXTROMBY TH D, ERAEOHRRNELE IS FAEINTEY, KK
ARG RITIRIRE TS 2 R ET 2 EERRIL L 725, EIALIETIX, &2 EREDO LD
Th-oTh, HBRIRER (HEEGL, #BlfEe &) 12Xk FTERBET 55
AbdH . BW LI OWTIL, R - R - BRAETTRED DA R HIET 5 22
WD, TOID, ERAIEDODIIHED 5 HMEIC K DR GHR 5 1 O 3 2
F LW,

AHEA T AAGAB, APIBI, AQP5, CAST, COL14A1, CTSC, DSCZ, DSG1, DSP, ENPPI, GJB2, G.JBG,
JUP, KANK2, KRT1, KRT14, KRT16, KRT17, KRT6A, KRT6B, KRT6C, KRT9, LORICRIN, LSS, MBTPSZ, PK
P1, POMP, PTEN, RHBDF2, SERPINA1Z2, SERPINB7, SLURP1, SMARCADI, TRPVS, TUFTI, WNT10A &1z
FDE NI Ea— RiEk= 7 YV L ZDOMIHD AT T A ZAEAfEK, BLOI hav
KU 7 DNA @ mt.7445 Z R —7 o —TCfEfT L, TR S =T LVEE
0. 1%LL FOfie —HEHEHL & WA « RKIZOWTHET 5, 8 U — Rk
— T Y =0T =2 OMENLERGEIE, VYT BICE2Fy TV —v—F
— COMHNTZAT 9. RIBRBURLKL « FHAF O 3 BB RHIE R T ) LIS
(R L TSR E COMENEH Y — RRIORIA S — 7 o —TIER R 7260, ey
R E LRV, BT A ZIZo0nTEIANY Ty ha—F —TRIHTEZH DI L

TIEHET D25, AUTV&Z~?~?@ﬁf%&#ot%®’%Lfi%ibﬁw

723 FRESEIRUAN O FRREEBIC DWW T HIRBE AN 7 M B o o555 1T HmE T 5.
B4 position (hg38) HGVS. ¢
PTEN chr10:87863231 c. —1239A>G (N\M_000314. 8)
PTEN chr10:87863274-87863285 c.—1196_-
1185de1AAGCCGCAGCAA (NM_000314. 8)
PTEN chr10:87863292 c.—1178C>T (N\M_000314. 8)
PTEN chr10:87863299 c.—1171C>T (N\M_000314. 8)
PTEN chr10:87863359 c. ~1111A>G (N\M_000314. 8)
PTEN chr10:87863469 c. —1001T>C (N\M_000314. 8)
PTEN chr10:87863495 c. —975G>A (N\M_000314. 8)
PTEN chr10:87863539 c. —931G>A (N\M_000314. 8)
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PTEN chr10:87863549 c. —921G>T (N\M_000314. 8)
PTEN chr10:87863574 c. —896T>C (N\M_000314. 8)
PTEN chr10:87863608 c. —862G>T (N\M_000314. 8)
PTEN chr10:87863616 c. —854C>G (NM_000314. 8)
PTEN chr10:87863635 c. —835C>T (N\M_000314. 8)
PTEN chr10:87863671 c. ~799G>C (N\M_000314. 8)
PTEN chr10:87863705 c. ~765G>A (NM_000314. 8)
PTEN chr10:87863741 c. —729C>T (N\M_000314. 8)
PTEN chr10:87864163 c.—307del1C(NM_000314. 8)
PTEN chr10:87864447 c. —23delT (NM_000314. 8)
PTEN chr10:87932992 c. 254-21G>C (N\M_000314. 8)
PTEN chr10:87960843-87960878 c. 802-51_802-16de136 (\M_000314. 8)
PTEN chr10:87965537 c. *65T>A (N\M_000314. 8)
PTEN chr10:87965547-87965564 c. *¥75_%92del1 TAATGGCAATAGGACATTinsC
TATGGCAATAGGACATTG (NM_000314. 8)
crsc chr11:88337727 c. ~55C>A (N\M_001814. 6)
GJB2 chr13:20189582 c. ~1G>A (N\M_004004. 6)
GJB2 chr13:20189605 c. —22-2A>C (NM_004004. 6)
GJB2 chr13:20192751 c. —23+32G>A (NM_004004. 6)
GJB2 chr13:20192781 c. —23+2T>A (NM_004004. 6)
GJB2 chr13:20192782 c. —23+1G>A (NM_004004. 6)
GJB2 chr13:20192783 c. —23G>T (N\M_004004. 6)
GJB2 chr13:20193019 c. —259C>T (N\M_004004. 6)
GJB2 chr13:20193022 c. —262C>G (N\M_004004. 6)
POMP chr13:28659090 c. —95delC (NM_015932. 6)
nscz chr18:31068312-31068313 c. 2509-101dupA (N\M_024422. 6)
nscz chr18:31068344 c. 2509-132G>T (N\M_024422. 6)
nscz chr18:31068346 c. 2509-134A>T (NM_024422. 6)
nscz chr18:31101515 c. 69+388C>G (N\M_024422. 6)
nscz chr18:31103416 c. —1445G>C (NM_024422. 6)
DSG1 chr18:31343420 c. 1688-30A>T (N\M_001942. 4)
LSS chr21:46222588 c. 428+42T>A (NM_001001438. 3)
DSP chr6:7541235 c. —681T>C (N\M_004415. 4)
DSP chr6:7541543 c. —373G>A (NM_004415. 4)
DSP chr6:7541614 c. —302C>G (N\M_004415. 4)
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DSP chr6: 7585887 c. *9T>A (NM_004415. 4)

MBIPS2 chrX:21857499 c. 670+3996A>T (N\M_015884. 4)
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https://www. kazusa. or. jp/genetest/index. html
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