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HETBE R

No. BETAE Ver. | ffi B4R H VERE HKRE
1| HRERL 1 2018/3/26 /N W H THE
2 | HRE 2 | 2018/10/19 | #H)INE— | &% TH&
3 | HEAHE 3 2019/4/1 95— SRR
4 | HAEE 4 2019/5/21 H 5 — SRS
5 | ACAN —#ixt g4t iR 5 2019/7/9 H 5 — SRS
6 | PPIB, FKBP10 EE#EH!IBR 6 2019/11/12 | HB)IE— SR
7 | BIEF—EMEE 7 2020/4/1 A — SRR
8 | intron fEIKDIEN 8 2020/8/26 AT — P e s
9 | BEREBENARVORMEEEMRER | 9 2021/2/22 % — AR

HRE/ ST L~D AIVE 2
10 | —&BaEEGE N 10 | 2021/5/19 % — AR
11 H RGBT 11 2021/6/30 % — s
12 | —HEsEigGEm 12 2021/10/2 % — s
13 | WNK1 3Bn 13 | 2022/2/21 % — s
14 | PERCEME H panel (& MKRN3 238000, | 14 | 2022/6/21 A — AR
F 7D deep intron BN
15 | fEiEGEN, 58 15 | 2022/11/24 | HJIyE— SR
16 | ftdk I A EIE 16 | 2022/12/12 | HJIyE— SR
17 | JRMEEEME R ERE TRAE | 17 | 2022/12/27 | H)IE— SR
(Z HSD11B2 % B0
18 | D) BEMKEEOTHIAR OLE | 18 2023/4/1 * THE R
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REER | ROWRFE |

AT CEMET DN WRFEIEDBISF I ~x WL, UTOTHETH L, LIT
B RAL & TN END TV TOfNT R IE 4 il 5, ARET FiLEisF
DH R Ea— Rk Y L ZOREDO AT T A AGALEk 2, Kkttt —2 =
Y —THRMT L. EICHIE ST LA 1% FORZRNY 7 o MEOWTHET
Do HEY — RRIRHR S — 7 U — DT — X OB E RS AL, T —EIc K
LF ¥ BTV = =0 —TOMN 21T 9, REBRBBKE - #iNFED 2 ©—HZ( b
RKBUEZR T ) IEEZAGICE U CIE SR COMAEEH Y — R ORI — 7 v
P—TIEREE R 720, WEXFRE L, KHEY A 72 onTiEINY 7 ha—F
— CTHRIETEZODICALTTWMET 208, NI T ha—J—TRINTER2o72d
DITEI LTI L, ANOST \ZIFTARIRIEI A 8 5 7o O IEfEZ2 N Y 7 > b O [RE DA
G a e D, ETo ACAN exonl2 O—FBREEEK (chrl5:88855416-88857005 (hg38)) 13/%
RS 25880 5 - OB EA T4, £ BRiEkicinz, Froossk b @ iciBing
Do

B4 position (hg38) HGVS. ¢

ABCCS chr11:17394412 c. 4412-13G>A (NM_000352. 6)
ABCCS chr11:17405481 c. 3399+13G>A (NM_000352. 6)
ABCCS chr11:17405576 c. 3330-13G>A (N\M_000352. 6)
ABCCS chr11:17427954 c. 2041-12C>A (N\M_000352. 6)
ABCCS chr11:17427963 c. 2041-21G>A (N\M_000352. 6)
ABCCS chr11:17427967 c. 2041-25G>A (N\M_000352. 6)
ABCCS chr11:17430979 c. 1672-20A>G, T (NM_000352. 6)
ABCCS chr11:17442930 c. 1468-48G>A (NM_000352. 6)
ABCCS chr11:17444325 c. 1333-1013A>G (NM_000352. 6)
ABCCS chr11:17476966 c. —190C>G (N\M_000352. 6)

AR chrX:67544600 c. =547C>T (NM_000044. 6)

AR chrX:67568834 c. 1616+22072A>C (NM_000044. 6)
AR chrX:67685999 c. 1769-11T>A (NM_000044. 6)
AR chrX:67722709 c. 2450-118A>G (NM_000044. 6)
AR chrX:67722785 c. 2450-42G>A (N\M_000044. 6)
CASR chr3:122275793 c. 1378-19A>C (N\M_000388. 4)
CDKN1IC chr11:2883979 c. %5+20G>T (NM_000076. 2)
CDKN1IC chr11:2883997 c. *5+2T>C (N\M_000076. 2)

CHD7 chr8:60821779 c. 2698-11A>G (N\M_017780. 4)
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CHD7 chr8:60822009 c. 2836-15C>G (NM_017780. 4)
CHD7 chr8:60845235 c. 5051-15T>A (N\M_017780. 4)
CHD7 chr8:60850475 c. 5405-18C>A (N\M_017780. 4)
CHD7 chr8:60850476 c. 5405-17G>A (NM_017780. 4)
CHD7 chr8:60850480 c. 5405-13G>A (NM_017780. 4)
CUL3 chr2:224503834 c. 1207-12T>A, G (NM_003590. 5)
CULS chr2:224503848 c. 1207-26A>G (NM_003590. 5)
CULS chr2:224503850 c. 1207-28T>G (NM_003590. 5)
CYP11B] chr8:142877007 c. 595+16G>T (NM_000497. 4)
CYPIIBI chr8:142879344 c. 240-157T>G (N\M_000497. 4)
CYPIIBI chr8:142879425 c. 239+150C>A (N\M_000497. 4)
ERCCE chr10:49473613 c. 2599-26A>G (N\M_000124. 4)
ERCCE chr10:49538959 c. —15+3G>T (N\M_000124. 4)
FOXL2 chr3:138944973 c. *619C>A (N\M_023067. 4)
FOXP3 chrX:49250456 c. *878A>G (N\M_014009. 4)
FOXP3 chrX:49250458 c. *876A>G (N\M_014009. 4)
FOXP3 chrX:49264660 c. —23+1G>A, T(N\M_014009. 4)
FOXP3 chrX:49264656 c. —23+5G>A (NM_014009. 4)
FOXP3 chrX:49264659 c. —23+2T>G (NM_014009. 4)
FSHR chr2:49154454 c. —37TA>G (NM_000145. 4)
FSHR chr2:49154540 c. —123A>G (N\M_000145. 4)
FSHR chr2:49154555 c. —138A>T (N\M_000145. 4)
GATA6 chr18:22169190 c. =530A>T (N\M_005257. 6)
GATA6 chr18:22169311 c. —409C>G (N\M_005257. 6)
GCK chr7:44146445 c. 1019+18G>A (N\M_000162. 5)
GCK chr7:44149940 c. 579+29G>T (N\M_000162. 5)
GCK chr7:44150839 c. 483+117T>C (NM_000162. 5)
GCK chr7:44150930 c. 483+26C>A (N\M_000162. 5)
GCK chr7:44153474 c. 46-15_46—
11de1CCCCTinsGGGAGGG (NM_000162. 5)
GCK chr7:44189410 c. —457C>T (N\M_000162. 5)
GCK chr7:44189510 c. =557G>C (N\M_000162. 5)
G 1 chr17:63917989 c. 291+28G>A (N\M_000515. 5)
GH1 chr17:63918999 c. —223C>T (N\M_000515. 5)
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GHR chrb:42689102 c. 266+83G>T (N\M_000163. 5)
GHR chrb:42700794 c. 618+792A>G (N\M_000163. 5)
GHRHR chr7:30963945 c. —~124A>C (NM_000823. 4)
GNAS chr20:58903519 c. 258-12A>G (N\M_000516. 7)
GNAS chr20:58903661 c. 313-11A>G (NM_000516. 7)
GNAS chr20:58905491 c. 530+11G>A (NM_000516. 7)
HADH chr4:108024034 c. 636+471G>T (N\M_005327. 7)
HADH chr4:108027799 c. 709+39C>G (N\M_005327. 7)
HANFIA chr12:120978231 | c. -538G>C (NM_000545. 8)
HNFIA chr12:120978307 | c. -462G>A (NM_000545. 8)
HNFIA chr12:120978478 | c. -291T>C (NM_000545. 8)
ANFIA chr12:120978482 | c. —287G>A (N\M_000545. 8)
ANFIA chr12:120978486 | c. —283A>C (N\M_000545. 8)
HNFIA chr12:120978511 | c. —258A>G (NM_000545. 8)
HNFIA chr12:120978551 | c. —218T>C(NM_000545. 8)
ANFIA chr12:120978582 | c. —187C>A (NM_000545. 8)
ANFIA chr12:120978588 | c.-181_-180delGCinsAA (N\M_000545. 8)
ANFIA chr12:120978645 | c. —124G6>C (N\M_000545. 8)
HNFIA chr12:120978650 | c.-119G>A (NM_000545. 8)
HNFIA chr12:120978672 | c. -97T>G (NM_000545. 8)
ANFIA chr12:120978705 | c. —64_—

55de]1 CACGCGGTGGinsGC (NM_000545. 8)
ANFIA chr12:120978707 | c. -62C>G (NM_000545. 8)
HANFIB chr17:37710678 c. 1046-15T>A (NM_000458. 4)
HNF1B chr17:37731583 c. 1045+12T>C (NM_000458. 4)
HNF4A chr20:44355613 c. —192C>G (N\M_175914. 4)
HNF4A chr20:44355624 c. —181G>A(NM_175914. 4)
HNF4A chr20:44355631 c. —174T>C (NM_175914. 4)
HANF4A chr20:44355636 c. —169C>T (N\M_175914. 4)
HNF4A chr20:44355659 c. —146T>C(NM_175914. 4)
HNF4A chr20:44355669 c. —136A>G (NM_175914. 4)
HNF4A chr20:44407360 c. 225-21A>G (NM_175914. 4)
HSD11B2 chr16:67436156 c. 664+14C>T (NM_000196. 4)
IGF1 chr12:102402244 | c. *263T>A (NM_000618. 5)
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INS chr11:2159793 c. *59A>G (N\M_000207. 3)
INS chr11:2160012 c. 188-15G>A (N\M_000207. 3)
INS chr11:2160028 c. 188-31G>A (N\M_000207. 3)
INS chr11:2160034 c. 188-37T>A (NM_000207. 3)
INS chr11:2160544 c. 187+241G>A (NM_000207. 3)
INS chr11:2161189 c. —39A>C (N\M_000207. 3)
INS chr11:2161302 c. —152C>A, G (N\M_000207. 3)
INS chr11:2161303 c. ~153C>G (N\M_000207. 3)
KCNJ11 chr11:17388145 c. =54C>T (N\M_000525. 4)
KCNJ11 chr11:17388225 c. —134G>T (N\M_000525. 4)
KISS1 chr1:204196535 c. —198C>T (N\M_002256. 4)
LHX4 chr1:180274649 c. *706>A (N\M_033343. 4)
NEUROD!I chr2:181680580 c. ~162G>A (N\M_002500. 5)
PDX1 chr13:27920121 c. —18C>T (N\M_000209. 4)
POR chr7:75981029 c. b17-19_517~
10de1GGCCCCTGTGinsC (NM_000941. 3)
POUIFI chr3:87276521 c. —59T>A (N\M_000306. 4)
PROP1 chrb5:177993058 c. 343-11G>C (\M_006261. 5)
SHOX chrX:630463 c. —432-3C>A (N\M_000451. 3)
SHOX chrX:630833 c. —65C>A (N\M_000451. 3)
SHOX chrX:630847 c. —516>A (N\M_000451. 3)
SHOX chrX:630879 c. —~196>A (N\M_000451. 3)
SLC12A1 chr15:48232713 c. 976-14C>G (NM_000338. 3)
SLC12A3 chr16:56870080 c. 602-16G>A (N\M_000339. 3)
SLC12A3 chr16:56880550 c. 1567+297T>G (N\M_000339. 3)
SLC12A3 chr16:56882794 c. 1669+297T>G (N\M_000339. 3)
SLC12A3 chr16:56883858 c. 1670-191C>T (N\M_000339. 3)
SLC1ZA3 chr16:56893307 c. 2548+253C>T (NM_000339. 3)
SOX10 chr22:37983870 c. —84-2A>T (N\M_006941. 4)
SOX10 chr22:38016208 c. —31954C>T (N\M_006941. 4)
SOX10 chr22:38016774 c. —32520C>G (N\M_006941. 4)
SKY chrY: 2787678 c. —75G>A (NM_003140. 3)
SKY chrY: 2787733 c. —130G>C (N\M_003140. 3)
STAR chr8:38146158 c. 466-11T>A (N\M_000349. 3)
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chr12:57010289 c. *2-1G>T (N\M_013251. 4)
chr4:6269977 c. —43G6>T (N\M_006005. 3)

TAC3
WES1

wEA - (R ixr1l BIFRE)]

CDKNIC,CYP11A1,CYP11B1,CYP17A1, HSD3B2, NNT NROB1,POR,STAR,NR5A 1

BREA  [RHWAxL 2 (BEES)]
ACAN,FGFR3,GH1,GHR, GHRHR, GHSR,IGF1,IGF1R, IGFALS JAK?,NPR2,SHOX
,STAT5B,CDKN1C,GNAS,IGF2

B4 - [NoW k3 (46, XY M EER) ]

AR,HSD17B3,HSD3B2,NR5A1,SRD5A2, WT'1,ANOS1,CHD7,FGF8 FGFR1,(SRY)

WEAL  [RGWAAxV 4 (HERRRA) ]
CHD7,FGFS,FGFR1,GNRH1,GNRHR,ANOS1, KISS1R, PROKR2, TACRS,IGSF1,KI
S81,PROK2,S0X10,TACS, WDR11, MKRN3

BREAL [N x5 (TEAERE) ]

HESX1,LHX3,LHX4,0TX2, POU1F1,PROKRZ PROP1,50X2,SO0X3, CHD7,FGFS,F
GFR1,GLI2IGSF1,KISSIR,SOX10,WDR11

BREA : [RR - ixLr6e (BREEFIE ]
ABCC8,GATA6, GCK, GLUD1, HNF1A, HNF1 B, HNF4A,INS,INSR, KCNJ11, NEURO
D1,PDX1,AIRE,FOXP3,HADH,KLF11, WFS1, PIK3R1

WEA  [RoWAxr 7 (REELEERERTE)]

SLC12A41, KCNJ1,BSND,SLC12A3,GNAS,CLCNKA, CLCNKB, CASR,NR3C2,SCN

NI1A,SCNN1B,SCNN1G, WNKI1, WNK4, KLHL3,CUL3,HSD11B2
* CLCNKA & CLCNKB 13\ W AR 2 A9 5 72, Y — R ORI — 47
Y —TIERBIN TEPRATREE N LN B2, 2072, CLONKB Of#iTIL, 22— K
UV R R A PCR BIE L 72 EEM ORI — o v A fifir & L CERT D, —
J5. CLONKA 3N — 2 oy o 7 DB OIEMT O 7= 8 AR R FEIE O FFAE THEHTFS EE 3

1K T4 % exons 6,9,20 Z TR H B AT,
BE4 . [N 3xL 8 (PREMSRERLNE) ]
AIRE, BMP15,TWNK ERCC6,CYP17A1, FOXL2 FSHR, HFM1,HSD17B4,LARS2 N
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(1)

(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

ANOS3, NOBOX, NOG,NR5A1,POF1B,POR,RSPO1,STAR

REFE

M SEML L2/ LA DNA DD %S DRERNRBIZF OIS Ea— R
TERT 7 Y L EDA v b r VB ENA TV XA B g v D W ITEERRY
i EE (polymerase chain reaction ¥, PCRIE&EME) (CX VML, ity —4
VI KD BB FESIRE ATV, A GBEE O AT < E 2 — FEikiCE
F DR ESEEE O RRA B DA E 2T 5, FRANMEO D= T AL e T2
N, RLEHLRWESITTHEINTZ DN b2 T AND, ZOEEITEA2 OFEFIZ X
VWb D ET B,

VM R OV B E
ERERICHW SN TWD e RF 2 AU 77 L ARSI E O | AR B B
DH A HET D,

EREEICRIREZITO 2 L T OREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HEZRFET IHEICH - Tid, ERICHEZIT 5 HEREFT DL
WEDOZFTH 0 £ A

R DERER A
PEHHEREIC TRA D B RIRIRFUC W THICHB L ARED H LiAZ 0 E L
e

BRAEDLTREA S
WERTSEAT OPEA L DGR 7~V A S U7z BRI 1 A

(B zeg B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDOREE
I 1mL LA b 240103 5.,

RIEDRIFEM
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BRIMBIL., B E - Liﬁ%{%%ﬁdéo

(10) BiEDRHEAE
FE (7). (8). (9) % HKIZOWT, FIZ AN CEREIC TARTICHET S
(WEITE U T, RAKIORMES ), BEBOBRICHETS - L4 EAET 5,

(11) MEEKEEROBRED T~V OFEREH
RIS 7 ~ VT IZEA AL 1D 70 & ONSHRIAE B 1D 2 5tdk 7%,
MRAKIEE L, SREEREORREFER T 5, ER0EEE 2 FICRd,
- [EA4{E 1D
- METOREHE (BERA, BAio— FES. BRI
- PRI RO TE
« HA KT A BEFORER
- R R EEATEE

(12) Bz ERBE D CEAERERN OB EREFNICHEZKET 2HEIC
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOFAERELFAIE T 5,

LR F AT AR DT, EREBEICIT TR 2T,

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRES)
T292-0818 TIEW AR HHIA e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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