Ver 17

RAERE
RFEME S R AR ERER 5 T )

EFHBMG R 202344 H 1 H

1/11



HETBE R

No. BETAE Ver. | fHERIBHLAHR VERE RRE
1| HRUERL 1 2017/05/31 | /Mg e | A TR
2 | EAEHET KL ADETIE 2 2017/7/25 | /g M | AR TR

BRAKIEE LA RAHQ) 02 LK X
3 | AR ERARMTO) D LE R 3 2017/9/11 | /Mg M | AR T
4 | RAEXGEE OB EEE 4 2018/4/2 | MINE— | & T&

MRAAARIEE A (R @) OHIER & Xt
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5 | HHEHAHE 5 | 2018/10/23 | MJINE— | & F&
6 |HHEHERE 6 | 2018/12/26 | MINE— | & TA&
7| Bl OB IE (RS R OBl 7 2019/4/1 | MINE— | SRER
8 | HUS K& 8 2020/4/2 | MINE— | KRB
9 | HEAH 9 2020/7/5 | MIE— | RBEH
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11 | intron fEIK BN 11 2021/1/13 | MJINE— | SREX%
12 | intron fEIK BN 12 2021/5/18 | MINE— | SREX%
13 | intron fEIK BN 13 | 2021/11/12 | HE)IE— | SREN%
14 | EETE 14 2022/4/1 | MIE— | SRBEX
15 | s 42 (TAZ—TAFAZZIN) 15 | 2022/8/30 | MIE— | SREN
16 | fEIEGE N 16 | 2022/11/24 | MIE— | SRE%
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2/11




REEE [ FARERERNSIERE |

BREA [ RREEREFESERFELTRE ]

iR

JRFEMEGIE AN AE &%, BRGIE R, IR SE R O EMADBIED & 2RI
IRRMEDECTZIRRETH Y, BERIT 10 HHT0 2—3 ATH D, FORMERERSIEIC
BWTIE, BN ETZ DR TH 203, BYENKE, EE LT < REICITEE
L CEIE L 72D, RO EDHE £ T IZBRR KRB ZE O | BFHFH TIIRELE 72
B2V E D RIRFEMEDIRNETEIC K D BYWEZ SIS/ L7275 2 L b2, JRHM
TR EIE DR BEFIIBEEZ S RAEINTEY . AREIXRET#H2RET 2 EE
BILE 725, ABETHRETE 28In %4 FREORIIRT, 2B, FEEFHREDEN
ZDWTIE, JEWR - IR - AT RS DIRARNHIE T 2 0N H D | R AR
BREDTRFICHE D 5 HEIC X 2 A RER T OHBAEE L, ALY 37
Ba— RERT Y Vo L ZDWMERO AT T A AN A Z , kit — 7 = —Cfig
Bri. FElCBRHEESNTZT VAVBEE 1%L FORRN) 72 MZOWTHET 5, BK
BB « FANE D 2 ©— Lo KRB e 7 AEIEZARIZE LI @R Cof
MR — FRIORMR S — 7 o — TR 7- 0, g s Ly, (St
AZZONTIANY T ha—F —TRIHTE LI L TEWET 208, N T v
Fa—F —THRHTE R b DI L TIIEAIE LTHE LA,

BREXNREILT

PR B4 SR T

L. SMREETZ AN AE IKBKG, NFKBIA (IKBA), IKBKB, ORAL1

2. FEVEIMEREAMEY L SHRRER | PRFL UNCL3D, STX11, STXBPZ, FAAP24, SLC7A

i 7, LYST, RAB27A, AP3B1, AP3D1, SH2D1A, XIAP
(BIRC4)

3. H O o S BEFRSE R FAS, FASLG, CASPS, CASP10, NRAS, KRAS, AIRE

, FOXP3, IL2RA, CTLA4, LRBA, STAT3, SH2DIA,
IKZF1, PIK3CD, PIK3R1, PRKCD, TNFAIP3

4. RIEMENGER R 1L10, IL10RA, IL10RB, NFAT5, TGFB1, RIPK1,
FOXP3, IL2RA, CTLA4, LRBA, WAS, XIAP (BIRC4
), CYBA, CYBB, NCF2, NCF4, TNFAIP3

5. 21k ZEEE CYBB, CYBA, NCF2, NCF4, G6PD

6. TLR 2 E IRAK4, MYDSS, TIRAP, IKBKG, NFKBIA, IKBKB,
RPSA, NKX2-5, RBCK1
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7. BHIEEAREARRIE (panell)

IL2KRG, JAK3, IL7R, RAGI, RAGZ, DCLREIC, ADA
, PNP, ZAP70, L1G4, NHEJ 1, TBX1

8. HJEME G LN IE (panel2)

AKZ, COROIA, FOXNI, PRKDC, PTPRC, STAT5B, O
RATI, STIMI, MAGTI, RACZ, CHD7, SEMASE, POL
E, ATM, CD3D, CD3E, CD247, LAT

9. MHC RIEJE

TAPI, TAP2, B2M, CITTA, RFXANK, RFX5, RFXAP

10. S FERRERL S N 2E (panel 1)

INFSF12, TNFSF13, TNFRSF13B, TNFRSF13C, C
D19, CR2, PLCGZ, TIKZF1, IKZF3, NFKB1, NFKB2
, SEC61A1, IRF2BP2, ATPO6API, SH3KBPI, ARHG
EF1, DNHT3B, ZBTB24, CDCA7, HELLS

11. B ARERISE N4 (panel2)

1C0S, PLCG2, LRBA, CTLA4, IL2IR, MALTI, MSN
, CARDI 1, BCL10, ITK, PIK3CD, PIK3RI, NFKBI
, NFKBZ

12. 4 EKIE (panell)

ELANE, HAX1, WAS, CSF3K, SRP54, CXCR4

13. G EKIME (panel2)

GFI1, G6PC3, SLC37A4,
TAFAZZIN, VPS13B, USB1, JAGNI, CLPB

14. & 1gE JSEfERE

STAT3, TYRZ, IL6FK, ZNF341, ERBIN, TGFBRI, T
GFBRZ, SPINKS, PGM3, CARDI 1, DOCKS

15. 1&MER BN o A E

ILI7RA, IL17F, STAT1, TRAF3IPZ, RORC, AIRE
, STATS3, IL12RB1, IL12B, CARDY

16. B HHfR/KAEIE

BTK, IGHM, I1GLL1, CD794, BLNK, PIK3CD, PIK3
R1, TCF3, SLC39A7, TRNT1, IKZF1, IKZF3

17. #fAKABIE (panell)

C1Q4, C1¢B, C19C, CIK, C1S, €2, C3, €5, (6, C7
, C84, C8B, C9, CFB, CFI, CFP, MASPZ, MBL2

18. AHAKIRIE (panel2) (EA=MEIM
BV )

SERPINGI, F12, ANGPT1, PLG, CD55, CD59

19. e RMESIEREIERRE (T AL
A B GE)

STATI, STATZ, IRF7, IFNARI, FCGR3A, IFIHI,
TLR3, TBK1, DBRI, IRFS, MCM4, THC6, THCS, CX
CR4

20. AT~ axsT)
7 5 Y E

ILIZRBI, IL12B, IL12RBZ, IL23R, IFNGRI, IF
NGR2, STAT1, CYBB, IRFS, TYKZ, RORC, JAKI, I
KBKG, GATAZ

21. & TgM JEMERE

CD40LG, AICDA, CD40, UNG, INOSO, PIK3CD, PI
K3R1, PTEN, IKBKG

22. TPEX JEfRE

FOXP3, ILZRA, ILZRB, CTLA4, LRBA, STAT3, FE
RMT1, STATI, STAT5B
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23. U4 A3y NTIVRY v TFIEME | WAS, ARPCIB, CDC42, WIPF1

it

24. S RVEALEEE DKC1, TERC, TERT, TINF2, RTELI, ACD, WRAP53
, PARN, CTCI, DCLREIC

25. EB 7 A LV APBHME U o EAFEMEIR | SH2DIA, XIAP, CD27, RASGRPI, CARMILZ, MAGT

B 1, PRKCD, STK4, ITK, ZAP70, MCM4, PIK3CD, PT
K3R1, NFKBI, CTLA4, PRFI, STXBP2, FAS

26.  FEHEMERTIAR AL R HEIE GATAZ, CSF2RA, CSF2RB, IRF7, IRFS

27. "BAEZ Y O EA R SMARCAL 1, RNU4ATAC, EXTL3

28. DNA {&18 B E ATW, MRE11, NBN, RAD50, L1G4, NHE] I, DCLRE]
C, PRKDC, DNMT3B, ZBTB24, CDCA7, HELLS, RNF
168, MCM4, BLM

29. HAIMERKFE A 2IE 1TGB2, SLC35C1, FERMT3, RASGRP2

30. B fifar e R HE RAC2, ACTB, FPRI, CTSC, WDRI, MKL1, SLC11AI
, CEBPE, G6PD, MPO

3. YaUwnwr - XAYXYELR | SBDS

SE R

o BRESEEITN A, FREOFEECS ST IBN T 5,

Bin14 | position(hg38) HGVS. ¢
ADA chr20:44619862 c. 1079-15T>A (NM_000022. 4)
ADA chr20:44620435 c. 976-34G>A (NM_000022. 4)
ADA chr20:44622730 c. 781-78G>T (NM_000022. 4)
ATH chr11:108223043 c. —174A>G (NM_000051. 4)
ATH chr11:108223781 c. —31+595G>A (NM_000051. 4)
ATH chr11:108227593 c. =30-2A>G (NM_000051. 4)
ATH chr11:108257471 c. 2251-10T>G (NM_000051. 4)
ATH chr11:108268026 c. 2639-384A>G (NM_000051. 4)
ATH chr11:108270485— c. 2839-579_2839-576de1AAGT (NM_000051. 4)
108270488
ATH chr11:108280983 c. 3403-12T>A (NM_000051. 4)
ATH chr11:108287441 c. 3994-159A>G (NM_000051. 4)
ATH chr11:108293301 c. 4612-12A>G (NM_000051. 4)
ATH chr11:108309110 c. 5763-1050A>G (NM_000051. 4)
ATH chr11:108325298 c. 6573-12C>A (NM_000051. 4)
ATH chr11:108344052 c. 8418+681A>G (N\M_000051. 4)
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BLM chr15:90793909 . 3020-258A>G (NM_000057. 4)
BTK chrX:101374427 . 240+109C>A (NM_000061. 3)
BTK chrX:101374839 . 142-205A>G (\M_000061. 3)
BTK chrX:101386057 . —31+5G>A (NM_000061. 3)
C198 chr1:22659438 . —17-2A>C (NM_000491. 5)
c7 chrb:40931041 . 63-23T>A (NM_000587. 4)
C8A chr1:56885915 . 856-12G>A (NM_000562. 3)
CARD9 chr9:136367619 . 1269+18G>A (N\M_052813. 5)
CD40LG chrX:136654358 . 289-15T>A (NM_000074. 3)
CD40LG chrX:136655441 . 347-915A>T (N\M_000074. 3)
CHD7 chr8:60821779 . 2698-11A>G (N\M_017780. 4)
CHD7 chr8:60822009 . 2836-15C>G (N\M_017780. 4)
CHD7 chr8:60845235 .5051-15T>A (NM_017780. 4)
CHD7 chr8:60850475 . 5405-18C>A (NM_017780. 4)
CHD7 chr8:60850476 . 5405-17G>A (NM_017780. 4)
CHD7 chr8:60850480 . 5405-13G>A (NM_017780. 4)
crsc chr11:88337727 .—55C>A (NM_001814. 6)

CYBA chr16:88646212 . 288-15C>G (NM_000101. 4)
CYBB chrX:37780009 . —69A>C (N\M_000397. 4)
CYBB chrX:37780011 . —67T>C (N\M_000397. 4)
CYBB chrX:37780012 . —66T>C (N\M_000397. 4)
CYBB chrX:37780013 . —65C>T (N\M_000397. 4)
CYBB chrX:37780014 . —64C>T (N\M_000397. 4)
CYBB chrX:37782074 . 46-14_46-11del TTCTinsGAA (N\M_000397. 4)
CYBB chrX:37783478 . 142-12C>T (NM_000397. 4)
CYBB chrX:37790096 . 253-1879A>G (N\M_000397. 4)
CYBB chrX:37794788 . 483+978G>T (N\M_000397. 4)
CYBB chrX:37797221 . 674+1080A>G (N\M_000397. 4)
CYBB chrX:37797478 . 674+1337T>G (N\M_000397. 4)
CYBB chrX:37797798 . 675-1157A>G (N\M_000397. 4)
CYBB chrX:37798943 . 675-12T>G (NM_000397. 4)
CYBB chrX:37804995 . 1152-11T>G (N\M_000397. 4)
DCLREIC | chr10:14924846 .973-1777G>C (\M_001033855. 3)
DKCI chrX:154762824 .—142C>G (NM_001363. 5)
DKCI chrX:154762825 .—141C>G (NM_001363. 5)
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DKCI chrX:154765429 . 85-15T>C(NM_001363. 5)
DNNT3B chr20:32807751 . 2421-116>A (NM_006892. 4)
DOCKE chr9:317025 . 742-18C>G (NM_203447. 4)
DOCKS chr9:317028 . 742-15T>G (NM_203447. 4)
F12 chrb:177409589 . —62C>T (N\M_000505. 4)
FAS chr10:89008877 . 335-12C>G (NM_000043. 6)
FAS chr10:89010737 . 506-16A>G (NM_000043. 6)
FASLG chr1:172658941 . —261T>C (N\M_000639. 3)
FERMTI chr20:6094199 . 1139+740G6>A (N\M_017671. 5)
FERMTI chr20:6122775 .—20A>G(NM_017671. 5)
FOXP3 chrX:49250456 . *878A>G (N\M_014009. 4)
FOXP3 chrX:49250458 . *876A>G (N\M_014009. 4)
FOXP3 chrX:49264656 . —23+5G>A (NM_014009. 4)
FOXP3 chrX:49264659 . —23+2T>G (NM_014009. 4)
FOXP3 chrX: 49264660 . —23+1G>A (NM_014009. 4)
GATAZ chr3:128483288 . 1017+572C>T (NM_032638. 5)
GATAZ chr3:128483320- .1017+513_1017+540de128 (N\M_032638. 5)
128483347
IKBKG chrX: 154547745 .—16G>C (N\M_001099857. 5)
IKBKG chrX: 154547746 . —16+1G>T (NM_001099857. 5)
IKBKG chrX: 154560384 . 519-23A>T (NM_001099857. 5)
IL10kB chr21:33296409 . *%52C>T (N\M_000628. 5)
IL2RG chrX:71107428 . *308A>G (NM_000206. 3)
IL2RG chrX:71110703 . 270-15A>G (NM_000206. 3)
IL2RG chrX:71111644 . —105C>T (N\M_000206. 3)
IL7R chrb:35867751 . 379+288G>A (N\M_002185. 5)
IRAK4 chr12:43784244 . 1188+520A>G (N\M_016123. 4)
17652 chr21:44900489 . 742-14C>A(NM_000211. 5)
17652 chr21:44901745 . 500-12T>G (NM_000211. 5)
JAKS chr19:17832430 . 2680+89G>A (NM_000215. 4)
JAKS chr19:17835226 . 1915-116>A (N\M_000215. 4)
JAKS chr19:17843182 . 421-10G>A (NM_000215. 4)
NEX2-5 chrb:173245288 . —10205G>A (NM_004387. 4)
NEX2=5 chrb:173245300 .—10217G>C (NM_004387. 4)
PARN chr16:14630188 .—63C>T (N\M_002582. 4)
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PNP chr14:20474755 c. 286-18G>A (N\M_000270. 4)
PTEN chr10:87863231 c. —1239A>G (N\M_000314. 8)
PTEN chr10:87863292 c. —1178C>T (NM_000314. 8)
PTEN chr10:87863299 c. —1171C>T (NM_000314. 8)
PTEN chr10:87863359 c. —1111A>G (NM_000314. 8)
PTEN chr10:87863469 c. —1001T>C (NM_000314. 8)
PTEN chr10:87863495 c. —975G>A (N\M_000314. 8)
PTEN chr10:87863539 c. ~931G>A (N\M_000314. 8)
PTEN chr10:87863549 . —921G>T (N\M_000314. 8)
PTEN chr10:87863574 c. —896T>C (NM_000314. 8)
PTEN chr10:87863608 c. —862G>T (\M_000314. 8)
PTEN chr10:87863616 c. —854C>G (N\M_000314. 8)
PTEN chr10:87863635 c. —835C>T (N\M_000314. 8)
PTEN chr10:87863671 c. =799G>C (\M_000314. 8)
PTEN chr10:87863705 c. ~765G>A (N\M_000314. 8)
PTEN chr10:87863741 c. =729C>T (\M_000314. 8)
PTEN chr10:87932992 c. 254-21G>C (N\M_000314. 8)
PTEN chr10:87965537 c. %65T>A (NM_000314. 8)
PTEN chr10:87965547 c. *75_%92de 1 TAATGGCAATAGGACATT insCTATGGCAAT
AGGACATTG (NM_000314. 8)
RAG2 chr11:36598102 c. —286>C (N\M_000536. 4)
REXANK | chr19:19196952 c. 188-11C>T (\M_003721. 4)
RPSA chr3:39406769 c. =34+5G>C (N\M_002295. 6)
SERPINGI | chr1l:57597582 c. —163C>T (N\M_000062. 3)
SERPINGI | chr11:57597584 c. —161A>G (N\M_000062. 3)
SERPINGI | chr11:57597645 c. —100C>G (N\M_000062. 3)
SERPINGI | chrll:57598247 c. —22-2A>C (N\M_000062. 3)
SERPINGI | chr1l:57598248 c. —22-1G>A (NM_000062. 3)
SERPINGI | chr11:57605998 c. 686—12A>G (N\M_000062. 3)
SERPINGI | chr11:57606394 c. 890-14C>G (N\M_000062. 3)
SERPINGI | chr11:57614315 c. 1250-13G>A (NM_000062. 3)
SPINK5 | chr5:148086393 c. 283-12T>A (N\M_006846. 4)
SPINK5 | chrb:148104940 c. 1431-12G>A (NM_006846. 4)
SPINK5 | chr5:148111948 c. 1820+53G>A (NM_006846. 4)
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STAT3 chr17:42326288 c. 1282-89C>T (NM_139276. 3)
STX11 chr6:144187576 c. *85_*861insT (\M_003764. 4)
STXBP2 | chr19:7640877 c. 326-23_326-16de1GCCCCACT (NM_006949. 4)
TAZ chrX:154413362 c. 284+110G>A (NM_000116. 5)
TBX1 chr22:19756055 c. —777C>T (NM_080647. 1)
TBX1 chr22:19756212 c. —620A>C (NM_080647. 1)
TBXI chr22:19759605 c. —39C>T (\M_080647. 1)
TERT chr5:1271219 c. 2383-15C>T (NM_198253. 3)
TERT chr5:1295046 c. —57A>C (NM_198253. 3)
TGFBI chr19:41354714 c. —1670G>A (NM_000660. 7)
TGFBR2 | chr3:30606825 c. —59C>T (N\M_003242. 6)
TRNT1 chr3:3146404 c. 609-26T>C (N\M_182916. 3)
UNCI3D | chr17:75830164 c. 2831-13G>A (NM_199242. 3)
UNC13D | chr17:75831361 c. 2448-13G>A (NM_199242. 3)
UNCI3D | chr17:75843827 c. 118-308C>T (NM_199242. 3)
VPS13B | chr8:99467391 c. 3446-23T>G (NM_017890. 5)
WAS chrX:48689301 c. 1339-19_1339-
11de1 TGATCCCTGinsATCTGCAGACC (NM_000377. 3)
ZAP70 chr2:97733464 c. 838-80G>A (N\M_001079. 4)
ZAP70 chr2:97737984 c. 1624-11G>A (NM_001079. 4)
(1) BEHE

MEASEML L7257/ L DNA DD ST DRERNZBIZF O AEXSEa— R
TERT 7 Y L DA v hr VRS ENA T I XA B a b D WITEERR
&L (polymerase chain reaction V£, PCRIEEME) (CX VML, kitARy—4
V=B NNEIF TV — = I L BB TEYIREEZITV, RAXS
BAR T D72 A < B = — NEIKIC 35 2 AR BB O HE LAl 28 b O 4 f 5
%o IKBKGIZB LU CIXMHRIFEER & 57, R —7 =P —I2 4, long-
range PCR % sanger {EIZTHNNU T v M &R 5, 7272 L. TKBKG D ex3-ex10 O
KR FOBHIIARREETH 5, SBDS 2B L CIIABRIMEE S & 5 728, long-range
PCR % D FEW) Z IR AR S — 27 o —(C TRET 5,

JRRAIME DA DOZIF AN E T DM, RTeZ2 R WIGE IR Sz DNA 3210 A
b, ZOHEIHE2 OFFICEVHET 20D LT 5,

(2) EHEHEROMERELE
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EERINZHAWSN TS e F7 2 L) 77 Lo ARG & DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B3 H LI

(6) HEZEZFLTIHEITH > T, RERICHEZAT 5 HERERFT DL
HEDEFELH Y F A,

(6) BIEDTERSM:
AR TRE D BAJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0# T~V AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) HREDOREFRM
PRIMAR T, T IE £ T TG R 95,

(10) BiEDRESAE
FE (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBS LT, RARIORMES ), REAOBRICRET S22 FAIET 5,

(11) REKEERCRED 7~V OFERHEH
BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D
- WETORATHA (REA, Ao — NES. BRI
* RSP BE TS
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s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

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

(13) HREBEHHE
7L

(14) REOBH LiAA, BRWEb#E
PASHENEAND T S DNABFZERT Bl FiAsE (O B FRA=)
T292-0818 TR AR HHIA S 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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