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HETBE R

No. WERTHAE Ver. | #EHBRHA VERLE KGR
1| HRERL 1 2018/3/26 /N W H THE
9 | akE 2 | 2018/10/19 | #H)IiE— | £ TH&
3 | HEAHE 3 2019/4/1 95— SRR
4 | HAEE 4 2019/5/21 9 — SR
5 | ACAN —#ixt g4t iR 5 2019/7/9 9 — SR
6 | PPIB, FKBP10 EE#EH!IRR 6 2019/11/12 | H)IZE— R
7| Ear—EEE 7 2020/4/1 H 5 — SRR
8 | intron fEIKDIEN 8 2020/8/26 AT — P b s
9 | BEREBENARVORMEEEMRER | 9 2021/2/22 % — ARER
HRE/ ST L~D AIVE 2
10 | —&BaEEGE N 10 | 2021/5/19 % — AR
11 EISTE I RIEN 11 | 2021/6/30 1 — ARER
12 | —HEsEigGEm 12 2021/10/2 % — AR
13 | WNK1 3Bn 13 | 2022/2/21 % — AR
14 | PERREVE B panel |2 MKRN3 23800, | 14 | 2022/6/21 H 5 — SR
F 715D deep intron BN
15 | fEiEGEN, 58 15 | 2022/11/24 | HJIyE— SRR
16 | Z0#k I = EE 16 | 2022/12/12 | #MUINE— | SRE%E
17 | JRANVEMEBMRE S EB G R | 17 | 2022/12/27 | HOIE— SRR
(Z HSD11B2 % B0
18 | D) BEMKEEOTHIAR OLE | 18 2023/4/1 & THE SRR
19 | intron fEIEODZET | &AL DEE | 19 2024/6/1 Oy — P E S
20 | EixFBHN 20 | 2024/6/27 1 — HRER
21 | HEOEH 21 2025/4/1 #* THE P b s
22 | BinFDOEHE 22 2025/9/1 FUER Sk P
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REER | ROWRFE |

AIRAPT CEHLS 2 N R FIE DB AT S uE, LTO7THETH S, LLF
B RAL & ENEND TV TONT R IE 4 il 5, ARET FiLEsF
DH R Ea— Rk Y L ZORED AT T A AGALiEk 2, Kttty —27 =
Y — TR L. EICHI ST VAR 1% FORRY 7 o MCOWTHET
Do FEY — RRIRHR S — 7 U — DT — X OB E RS AL, P T —EIC X
LDF ¥ TV == b —TOMN 21T 9, RBREMRE « #i NFED 2 v —8 21t
RKBUEZR T ) IEEZAGICE U CIE SR COMAEEH Y — R ORI — 7 v
P—TIEREER T2, WMEFRE L, KHEY A ZIZonTiEINY 7 ha—F
— CTHRIETEZODICALTTWMET 208, N T ha—J—TRIITER1o72b
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—FREENK (chrl5:88855416-88857005 (hg38)) /%

RSN 2GR 5 7o DR X G T, £ - ERLaEIsICN 2, TR sk & b icB s
2.
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. 2041-21G6>A (NM_000352. 6)
ABCCS chr11:17427967 c. 2041-25G6>A (NM_000352. 6)
ABCCS chr11:17430979 c. 1672-20A>G (NM_000352. 6)
ABCCS chr11:17442930 c. 1468-48G>A (NM_000352. 6)
ABCCS chr11:17444325 c. 1333-1013A>G (NM_000352. 6)
ABCCS chr11:17448722-17448724 c. 1177-53_1177-51de1GTG (NM_000352. 6)
ABCCS chr11:17476784 c. —8G>T (NM_000352. 6)
ABCCS chr11:17476966 c. —190C>G (N\M_000352. 6)
ACAN chr15:88836198 c. —7-2A>C(NM_001369268. 1)
AR chrX:67544600 c. =547C>T (N\M_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 (N\M_000044. 6)
AR chrX:67722785 c. 2450-42G>A (NM_000044. 6)
CASR chr3:122275793 c. 1378-19A>C (NM_000388. 4)
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CDKNIC chr11:2883979 c. *5+20G>T (N\M_000076. 2)
CDKNIC chr11:2883997 c. *5+2T>C (N\M_000076. 2)
CDKNIC chr11:2884149 c. 821-15C>A (N\M_000076. 2)
CHD7 chr8:60821779 c. 2698-11A>G (N\M_017780. 4)
CHD7 chr8:60822009 c. 2836-15C>G (N\M_017780. 4)
CHD7 chr8:60845235 c. 5051-15T>A (N\M_017780. 4)
CHD7 chr8:60850471 c. 5405-22T>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 (N\M_017780. 4)
CHD7 chr8:60851121 c. 5607+17A>G (N\M_017780. 4)
CUL3 chr2:224503834 c. 1207-12T>G (N\M_003590. 5)
CUL3 chr2:224503848 c. 1207-26A>G (N\M_003590. 5)
CUL3 chr2:224503850 c. 1207-28T>G (N\M_003590. 5)
CUL3 chr2:224557600 c. 264+59C>T (NM_003590. 5)
CYP11B1 chr8:142877007 c. 595+16G>T (NM_000497. 4)
CYP11B1 chr8:142879344 c. 240-157T>G (N\M_000497. 4)
CYP11BI chr8:142879425 c. 239+150C>A (NM_000497. 4)
CYPI7AI chr10:102837375 c. ~14G>A (NM_000102. 4)
ERCCE chr10:49473613 c. 2599-26A>G (N\M_000124. 4)
ERCCE chr10:49538959 c. —15+3G>T (NM_000124. 4)
FGFR3 chr4:1803931 c. 1075+95C>G (\M_000142. 5)
FOXLZ chr3:138944973 c. #619C>A (NM_023067. 4)
FOXLZ chr3:138947692-138947946 | c. —1224_-970de1255 (NM_023067. 4)
FOXP3 chrX:49250456 c. #878A>G (N\M_014009. 4)
FOXP3 chrX:49250458 c. #876A>G (N\M_014009. 4)
FOXP3 chrX:49258512 c. —7G>T (NM_014009. 4)
FOXP3 chrX:49264656 c. —23+5G>A (NM_014009. 4)
FOXP3 chrX:49264659 c. —23+2T>G (NM_014009. 4)
FOXP3 chrX:49264660 c. —23+1G>T (NM_014009. 4)
FOXP3 chrX:49264661 c. —23G>A (NM_014009. 4)
FSHR chr2:49154454 c. —37A>G (NM_000145. 4)
FSHR chr2:49154540 c. —123A>G (NM_000145. 4)
FSHR chr2:49154555 c. —138A>T (N\M_000145. 4)
GATA6 chr18:22169190 c. —530A>T (N\M_005257. 6)
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CATA6 chr18:22169311 c. —409C>G (N\M_005257. 6)

GCK chr7:44145291-44145306 c. 1254-26_1254-
11de1GGCAGCCCTGCTTCTC (NM_000162. 5)

GCK chr7:44146443 c. 1019+206>A (NM_000162. 5)

GCK chr7:44146445 c. 1019+18G>A (NM_000162. 5)

GCK chr7:44147848 c. 680-15C>A (N\M_000162. 5)

GCK chr7:44149940 c. 579+29G>T (\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 chr7:44153286 c. 208+15C>G (\M_000162. 5)

GCK chr7:44153474-44153478 c. 46-15_46-
11de1CCCCTinsGGGAGGG (N\M_000162. 5)

GCK chr7:44189410 c. —457C>T (\M_000162. 5)

GCK chr7:44189510 c. =557G>C (\M_000162. 5)

GH1 chr17:63917940-63917961 | c. 292-37_292-16de122 (N\M_000515. 5)

GH1 chrl7:63917971-63917988 | c. 291+29_291+46de]GATGGGGGAGACCTGTAG (N
M_000515. 5)

GHI chr17:63917989 c. 291+28G>A (N\M_000515. 5)

GHI chr17:63918156 c. 172-20delG (N\M_000515. 5)

GHI chr17:63918999 c. —223C>T (\M_000515. 5)

GHR chr5:42689102 c. 266+83G>T (\M_000163. 5)

GHR chr5:42700794 c. 618+792A>G (NM_000163. 5)

GHR chr5:42700838 c. 618+836T>G (NM_000163. 5)

GHR chr5:42718037 c. 876-15T>G (\M_000163. 5)

GHRHR chr7:30963945 c. ~124A>C (N\M_000823. 4)

GNAS chr20:58903519 c. 258-12A>G (\M_000516. 7)

GNAS chr20:58903661 c. 313-11A>G (N\M_000516. 7)

GNAS chr20:58905491 c. 530+11G>A (N\M_000516. 7)

HADH chr4:108024034 c. 636+471G>T (N\M_005327. 7)

HADH chr4:108027799 c. 709+39C>G (N\M_005327. 7)

HNFIA chr12:120978231 c. —538G>C (N\M_000545. 8)

HNFIA chr12:120978307 c. —462G>A (N\M_000545. 8)

HNFIA chr12:120978478 c. —291T>C (N\M_000545. 8)

HNFIA chr12:120978482 c. —287G>A (N\M_000545. 8)

HNFIA chr12:120978483- c. —286_-285de1TC (\M_000545. 8)
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120978484

HNFIA chr12:120978486 c. —283A>C (N\M_000545. 8)

HANFIA chr12:120978511 c. —258A>G (NM_000545. 8)

HANFIA chr12:120978535— c. —234_-233delAT (\M_000545. 8)
120978536

HANFIA chr12:120978551 c. —218T>C (NM_000545. 8)

HANFIA chr12:120978582 c. —187C>T (NM_000545. 8)

HANFIA chr12:120978588- c. —181_-180de1GCinsAA (N\M_000545. 8)
120978589

HANFIA chr12:120978645 c. —124G>C (N\M_000545. 8)

HNFIA chr12:120978650 c. —~119G>A (NM_000545. 8)

HNFIA chr12:120978672 c. —97T>G (N\M_000545. 8)

HNFIA chr12:120978705- c. —64_-
120978714 55de1CACGCGGTGG1nsGC (NM_000545. 8)

HNFIA chr12:120978707 c. —62C>G (N\M_000545. 8)

HNFIA chr12:120999254~ c. 1502-14_1502-13de1TC (N\M_000545. 8)
120999255

HANF1B chr17:37710678 c. 1046-15T>A (N\M_000458. 4)

HNFIB chr17:37731583 c. 1045+12T>C (NM_000458. 4)

HNF4A chr20:44355613 c. —192C>G (NM_175914. 5)

HNF4A chr20:44355624 c. —181G>A(NM_175914. 5)

HNF4A chr20:44355627 c. —178A>G (NM_175914. 5)

HNF4A chr20:44355631 c. —174T>C(NM_175914. 5)

HNF4A chr20:44355636 c. —169C>T (NM_175914. 5)

HNF4A chr20:44355659 c. —146T>C(NM_175914. 5)

HNF4A chr20:44355669 c. —136A>G (NM_175914. 5)

HNF4A chr20:44401307-44401313 c. 50-4751_50~

4745de1 AGGGCGG (N\M_175914. 5)

HNF4A chr20:44407360 c. 225-21A>G (N\M_175914. 5)

HNF4A chr20:44429741 c. ¥76G>A (N\M_175914. 5)

HSD1152 chr16:67436156 c. 664+14C>T (N\M_000196. 4)

HSD1754 chr5:119502030 c. 1210-11C>G (NM_000414. 4)

IGF1 chr12:102402244 c. *263T>A (NM_000618. 5)

1GFZ2 chr11:2135530 c. =6-1G>C (NM_000612. 6)

INS chr11:2159793 c. *59A>G (N\M_000207. 3)
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INS chr11:2160012 c. 188-15G>A (NM_000207. 3)
INS chr11:2160028 c. 188-31G>A (NM_000207. 3)
INS chr11:2160034 c. 188-37T>A (N\M_000207. 3)
INS chr11:2160544 c. 187+241G>A (N\M_000207. 3)
INS chr11:2161189 c. —39A>C (NM_000207. 3)
INS chr11:2161302 c. —152C>G (N\M_000207. 3)
INS chr11:2161303 c. —153C>G (N\M_000207. 3)
KCNJ11 chr11:17388145 c. —54C>T (NM_000525. 4)
KCNJ11 chr11:17388225 c. —134G>T (N\M_000525. 4)
KISS1 chr1:204196535 c. —198C>T (NM_002256. 4)
LHX4 chr1:180274649 c. ¥70G6>A (NM_033343. 4)
MERN3 chr15:23564798 c. —985C>T (N\M_005664. 4)
MERN3 chr15:23564819 c. —964G>A (NM_005664. 4)
MERN3 chr15:23565518 c. —265G>A (NM_005664. 4)
MERN3 chr15:23565633-23565636 c. —150_-147de1TCAG (N\M_005664. 4)
MERN3 chr15:23565696 c. —87C>T (NM_005664. 4)
MKERN3 chr15:23565702 c. —81C>T (NM_005664. 4)
NEUROD!I chr2:181680580 c. —162G>A (NM_002500. 5)
PDX1 chr13:27920121 c. —18C>T (NM_000209. 4)
POR chr7:75915183 c. —14+4A>G(NM_001395413. 1)
POUIFI1 chr3:87259886 c. #8C>T (N\M_000306. 4)
POUIF1 chr3:87273487 c. 143-69T>G (N\M_000306. 4)
POUIFIT chr3:87273501 c. 143-83A>G (N\M_000306. 4)
POUIFT chr3:87276521 c. —59T>A (N\M_000306. 4)
PROKZ chr3:71785056 c. ~4C>A (N\M_001126128. 2)
PROPI chrb:177993058 c. 343-11G>C (N\M_006261. 5)
SCNN1A chr12:6355905 c. 876-25A>G (NM_001038. 6)
SHOX chrX:630833 c. —65C>A (NM_000451. 4)
SHOX chrX:630847 c. ~51G>A (NM_000451. 4)
SHOX chrX:630879 c. —19G>A (NM_000451. 4)
SLC12A1 chr15:48232713 c. 976-14C>G (NM_000338. 3)
SLC1ZAS chr16:56870080 c. 602-16G>A (NM_000339. 3)
SLC12A3 chr16:56870085 c. 602-11T>A (N\M_000339. 3)
SLC12A3 chr16:56870979 c. 852+243C>T (\M_000339. 3)
SLC1ZA3 chr16:56880550 c. 1567+297T>G (\M_000339. 3)
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SLC1ZA3 chr16:56882794 c. 1669+297T>G (N\M_000339. 3)

SLC1ZA3 chr16:56883858 c. 1670-191C>T (N\M_000339. 3)

SLC12A3 chr16:56886562 c. 2037+87A>G (N\M_000339. 3)

SLC12A3 chr16:56892916-56892934 c. 2447-37_2447-
19de1TGCTGGCTCTGCTCTGACC (NM_000339. 3)

SLC12A3 chr16:56893307 c. 2548+253C>T (N\M_000339. 3)

SLC12A3 chr16:56893309 c. 2548+255G>A (N\M_000339. 3)

SOX10 chr22:37974240-37974250 c. 698-52_698~
42de1CTCTAACCTGC (N\M_006941. 4)

SOX10 chr22:37983870 c. —84-2A>T (NM_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 (N\M_003140. 3)

SKY chrY:2787733 c. —130G>C (N\M_003140. 3)

SKY chrY:2787734-2787736 c. —133_-131delAGG (NM_003140. 3)

STAR chr8:38146158 c. 466-11T>A (N\M_000349. 3)

TAC3 chr12:57010289 c. *2-1G>T (NM_013251. 4)

WFS1 chr4:6269977 c. —43G>T (NM_006005. 3)

RE4 : [BIBEREERFRE]

CDKNIC, CYP1IAL CYP1IBI, CYP17A1, HSD3B2, NNT, NKOB1, POK, STAK, NRSA1

RES  [REREERETFRE]

ACAN, FGFR3, G 1, GHR, GHRHE, GHSK, 1GF1, IGFIR, IGFALS, JAKZ, NPRZ2, SHOX, STAT5B, CDKNIC
, GNAS, 1GF2

REA : (Mo tREBELGFRE]

AR, HSD17B3, HSD3B2, NR5A1, SRD5A2, WT1, ANOS1, CHD7, FGFS, FGFR1, DHX37, (SRY)

REA  [ERARBEGFRE]

CHD7, FGFS, FGFR1, GNRHI, GNRHE, ANOS1, KISS1K, PROKRZ, TACR3, K1551, PROK2, SOX10, TAC3
, WDR11, MKEN3, IGSF10

BREA  [TEAEERETRETRE]
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HESX1, LHXS, LHX4, OTX2, POU1F1, PROKKZ, PROPI, SOXZ, SOX3, CHD7, FGFS, FGFRI, GL1Z2, IGSF
1, KISSIK, SOX10, WDR11

&L [FERBREERETRE]

ABCCS, GATA6, GCK, GLUDI, HNFIA, ANFIB, ANF4A, INS, INSK, KCNJ11, NEURODI, PDX1, AIRE, FO
XP3, HADH, KLF11, WFS1, PIK3R1

wREL  [RMEEEREAETERETRE]

SLC12A1, KCNJ1, BSND, SLC12A3, GNAS, CLCNKA, CLCNKB, CASR, NR3C2, SCNN1A, SCNN1B, SCNNI
G, WNK1, WNK4, KLHL3, CUL3, HSD11B2
*CLCNKA & CLOVEB I O BRI 2 A 5720, F8HY — RRIORR S — 7 o —
TIXXBINTETRITREEN LR S\, ZD72, CLONKB DfEfTIE, 22— RF=7 ¥
18 % FEELAIC PCR AR L 7= FEM) D IR > — o v A figilT & U CHEMiT 5, —J5. CLOVKAT
RMAR — T v T OBOENT DT, FHRIGEIROAFIE CHNTREE DMK T35 exons
6,9, 20 ZfRHT I G0 H AN,

WREA - [DMREERSERGFRE]

AIRE, BUP15, TWNK, ERCC6, CYP17A1, FOXLZ, FSHR, HFMI, HSD17B4, LARSZ, NANOSS3, NOBOX, NOG
, NRSA 1, POF1B, POR, RSPO1, STAR

(1) HmEFE

MEAHEUL L7257 A DNA 22D, YT HMAEXGBE FOAESE=— R
fHlkT s Y L Z2DA v b u SRS A TN A= 3 B D W ITREER
¥ (polymerase chain reaction £, PCRIELWE) (CX D RMEL . Wi —/r
VI L DBEB T ESIREEITV, MENGREE T O A< E 2 — FEIkIC R
T DR B ORI O F AT 5 JRAIMIED HDZ T AL E T 5
N, RLEHLROVGA T INZ DN bZ T AND, ZOHAEL2 OFFI X
DHWTT b D ET D,

(2) EMERUHEEE
EBIHN BN TNDE b7 AU 7 7 Lo ARSI E O b | (R HBIHEZE R
DHBEEHET D,

() EREBICRIWMEEITI I L LT HREMOHH
FRIC7 L, AREIREMEEZET 2 b0 TEHY EHA,

(4) MECETDIEK
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(5)

(6)

(7

(8)

(9)

FRARDIAFZ BN TZ A 726 60 3 A LA,

HEZZFET 2HEICH > Tid, EBRTHIE 2T O HEREF OLAH
WEDEFETDH VD £H A,

BRI DEREZA
PEREREBE I TREE D HAGRIRIC SV THAICHE L AR D H LA OF
E AT D,

BAIRDERRA S
R IAT D EA AL 1D Z0# T ~ L3 BE T S -8 mssy 1 A
(B zeg fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDREFEEM:
PRIMAR T, BN E T2 A R E D

(10) #RAEDRH M

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

(11) REKEERCRED 7~V OFERHEH

RBARBESS 7~ IZEEAAL 1D 72 © ONSHRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZEAT 5, FREHREE 2L FIORT,
- [EA4{k 1D

- LT HMAEE (EEA, Ao — RES. BRI

- RIS

s A KT A 2 MFORETR

- TR A S E R

(12) BRfEZ ERAEEE 5> O AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
FEEHOEAEEZFAI &5,
TR BIEZM TR 22O T, EFREEICIT o mEEzied,

10/ 11



(13) HREBEHHE
7L

(149) REDORBH LiAA, BRWELE
NESAENENNT S DNAWIZERT  BinFiA= (0T SBEFHREE)
T292-0818 TIEWRAEHAMN T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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