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ETRE— &R

No. BT Ver. | iEHBHAA A VERE KR
1| B 1 2017/05/31 | /NE M | £ T7E
2 | EAELET RLADFETIE 2 2017/7/25 | /MR M | FR T
MRAEREERA (RO O£ LE A
3 | MAEKREFRLAWAMHO) DELE X 3 2017/9/11 | /Mg e | AR TAE
4 | RENGELETFOBMEELE 4 2018/4/2 | MIVE— | & THE
MR E A () DEIER & xf
I3 AHIEA (11) DiBE
5 | HEAH 5 2018/10/23 | #JINE— | #&x T
6 |HELHE 6 2018/12/26 | #JIE— | #&x T&E
7| B OB E GRS R OIS E) 7 2019/4/1 | MINE— | KB
8 | HUS HlIRR 8 2020/4/2 | MINE— | KRB
9 |HBELRH 9 2020/7/5 | MIE— | KRB
10 | intron fEIK DB 10 2020/8/26 | AHJITE— | SREXR
11 | intron fEIK DB 11 2021/1/13 | AJITE— | SREXR
12 | intron fEIK DB 12 2021/5/18 | AHJITE— | SREXR
13 | intron fEIK DB 13 | 2021/11/12 | HOJIRE— | SRE%
14 | HEXLEE 14 2022/4/1 | MINE— | KRB
15 | BAs 142 8 (TAZ—>TAFAZZIN) 15 2022/8/30 | AHJITE— | SREX
16 | fEIkE AN 16 | 2022/11/24 | #)Ilys— | KRB
17 | QD BRAEKEEOTEHEE OLEH 17 2023/4/1 FOTHE | REXR
18 | intron fHIKDZAE 18 2024/6/1 HE— | KB
19 | HHEDOLH 19 2025/4/1 R OTHE | OREX
20 | MAXTRIEE - BB T OB 20 2025/9/1 | ARz | KB
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WREEE - [ RREREREEREE |

WREL [ EREAEFTDERFREFRE ]

A

JRFEVESIE RAE &1, BIRGBIE R, R RO EMLADBED & 2T K
PRRMaNE CTRIETH Y . BEBRIT 10 HH720 2—3 A Th D, FRMERERSIEIC
BWTHE, GERER T DIER TH D03, BENRE, BIE L7 <, RIZIEEIEL
LCEBIER & 72D, AROEPHEE T2 IIZARR R ZRBD 20 | EFE TIXMELE 72
HRNE D RIREMEDIRWEEIC L D BYEZ SIS I L2 7752 & b2, JRHEMH
FEADEDOFREE T IIHEEZ L AESNTEY . AREIXIBFE T # 2R ET 2 EER
BILE 722, ARECTHE CTX BB TH FRRORIRT, BB, FBE T HREOE
[ZDWTIE, SR - I - AT RSN ORAIHIETT 2 LR H 0 | R RE R
BIEDIRIZHE D 5 FEPEIC X 2 AR GBI T OFMALEE L, AREILZ X7
B a— RET Y Vv L ZDOWMDO AT T A A2, K — 7 = Y — i
i, FITHRHE ST VAVBEE 1%L TR0 7 MZOWTHET 5, K
BB K - F A O 2 B — 2o KRB 7 AEIEZAGICEE U I @ig E C o
WHEHY — R ORMAR S — 7 Y — TR e 7= 00, WExIG e L, (AT
ATIWZONTIEIARNY T ha—F —THRIHTELLLDOIZE L TEWmET 08, N T
fa—F —THRHTE o720 DI L TIFFEAIE LTHE LRV,

WREXNRBIET

R4 JRE T

1. ANREE A EIE IKBKG, NFKBIA (TKBA), TKBKB, ORAI I

2. FIEMEMERE B o/ SRR ER PRFI, UNC13D, STX11, STXBP2, FAAP24, SLC7A
JiE 7, LYST, RAB27A, AP3B1, AP3D1, SHZDI1A, XIAP
(BIRC4), RHOG, CDC42, HAVCRZ, NLRC4, MVK

@

B CAEtE U o SHAEE e it FAS, FASLG, CASPS, NRAS, KRAS, ATRE, FOXP3,
TL2RA, CTLA4, LRBA, STAT3, IKZF1, PIK3CD,
PIK3R1, PRKCD, TNFAIP3, RELA, CARDI1, ADA2

, PTEN

IL10, IL10KA, IL10RB, RIPK1, FOXP3, CTLA4,
LRBA, WAS, XIAP (BIRC4), CYBA, CYBB, NCF2, N
CF4, TNFAIP3, TTC7A, IKBKG, SKIC3 (TTC37),
SKIC2 (SKIVZL), SAMDY, RELA

5. 2t Y 2FIEE

CYBB, CYBA, NCF2, NCF4, G6FD, CYBC1
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TLR S %iE

[RAK4, MYDSS, TIRAP, IKBKG, NFKBIA, 1KBAB,
RPSA, NKX2-5, RBCK1, TLR7, TLRS, IRF4,
IRAKI

FEM A S0 AN 2E (panel 1)

ILZKRG, JAKS, IL7R, RAG1, RAGZ, DCLRELC, ADA
, PNP, ZAP70, L1G4, NHEJ1, TBX1, SASH3, AKZ,
FOXNI, ATM, CHD7

FIEME A AN 2E (panel2)

COROI1A, PRKDC, PTPRC, STAT5B, OKAI1, STIMI
, MAGT1, RACZ, SEMASE, POLE, CD3D, CD3E, CD2
47, LAT, DOCKZ, RELB, TFRC, PAX1, PTCKA, CD3
G

MHC K45 JE

TAPL, TAP2, B2M, CITTA, RFXANK, RFX5, RFXAP

10.

TN RER G0 AN E (panell)

TNFSF12, TNFSF13, TNFRSF13B, TNFRSF13C, C
D19, CRZ, PLCGZ, IKZF1, IKZF3, NFKBI, NFKBZ
, SEC61A1, IRFZBP2, ATP6AP1, SH3KBP1, ARHG
EF1, DNUTSB, ZBTB24, CDCA7, HELLS

11.

100S, PLCGZ, LRBA, CTLA4, IL21R, MALTI, MSN
, CARDI11, BCL10, ITK, PIK3CD, PIK3K1, NFKB1
, NFKB2, KRAS, I1COSLG

12.

- HR ERJE (panel 1)

ELANE, HAX1, WAS, CSF3R, SKP54, CXCR4, VPS4
5, DNAJC21, EFL1

13.

- HR ERJE (panel2)

GFI1, G6PC3, SLC37A4, TAFAZZIN, VPS13B, US
B1, JAGNI, CLPB, SHARCDZ, CXCRZ2

14.

= TgE JEMERE

STATS, TYKZ, IL6FR, ZNF341, ERBIN, TGFBRI, T
GFBRZ, SPINKS, PGH3, CARD11, DOCKS, 1L6ST,
STAT6

15. @R JEAREIRE T o ¥ A iE IL17RA, IL17F, STAT1, TRAF3IP2, RORC, AIRE
, STAT3, IL12RB1, IL12B, CARD9, IL17RC

16. B ffific K EIE BTK, IGHM, IGLLI, CD79A, BLNK, PIK3CD, PIK3
R1, TCF3, SLC39A7, TRNT1, IKZF1, IKZF3, FNT
Pl, SPI1

17. AHRRIBIE (panell) CIQA, CIQB, C1QC, CIR, C1S, C2, €3, €5, €6, C7

, C84, C8B, C9, CFB, CFI, CFP, MASPZ, MBLZ, CF
D

18. AR KRIBIE (panel2) CEA=MEIM

BRI Te)

SERPINGI, F12, ANGPT1, PLG, CD55, CD59
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19. e RMESQIENEIERRE (VAL
A 5y &)

STATI, STATZ, IRF7, IFNARI, FCGR3A, 1FIH1,
IRFS, MCH4, TRF9, TFNARZ, NOSZ, ZNFX1, POLR
A, POLR3C, POLRSF, MAPILC3B2, TLR7

20. AT NEEM~ A ans T
YEII_A\(jLE

ILIZRBI, IL12B, IL12RBZ, IL23R, IFNGRI, IFF
NGR2, STATI, CYBB, IRFS, TYKZ, RORC, JAKI, T
KBKG, GATAZ, 15G15

21, 15 TgMJEERE

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

22. TPEX JEfEHE FOXP3, IL2RA, IL2RB, CTLA4, LRBA, STAT3, FE
RMT1, STATI, STAT5B, DEF6, NBEALZ, BACHZ, T
KZF1, DOCKS

23. Vg A=y NTIVRY wFIEME | WAS, ARPCIB, CDC42, WIPFI

iEs

24. FERVEMILEERE DKCI, TERC, TERT, TINF2, RTELI, ACD, WRAP53
, PARN, CTC1, NOP10, NHP2, STN1, DCLRE1B

25. EB 0 A JVAE Y L oRBEFEMEYR | SHZDIA, XIAP, MAGTI, ZAP70, PIK3CD, PIK3R1

i , NFKB1, CTLA4, PRF1, STXBP2, FFAS, IKZF3, NB
FALZ

26. FIEMERTIRAIL K HEIE GATAZ, CSF2RA, CSF2RB, IRF7, IRFS

27. B ARE LD BN DIE SMARCALI, RNU4ATAC, EXTLS

28. DNA &1 B E ATM, MRE11, NBN, RAD50, 1164, NHE]1, DCLRE]
C, PRKDC, DNMT3B, ZBTB24, CDCA7, HELLS, RNF
168, MCI4, BLY

29. FIMERKE RAE ITGB2, SLC35C1, FERMT3, RASGRPZ, RAC2, ACT

B, FPR1, CTSC, WDR1, CCRZ, CEBPE

30. YaUwunvwy XAFXYELR
JEAERE

SBDS

31. LA B E R R T AR A

TLR3, UNCI3BI1, TRAFS3, TICAMI (TRIF), TBK1,
IRF3, DBRI, SNORA31, ATG4A

32. ZofowEA~E (BENTF-I
SEMERE, MEMUE, (LARMEITARZE, TE
BORFR R B RFIE)

SKIC3(TTC37), SKIC2 (SKIVZL)
RPSA, HMOX1

NCSTN, PSENI, PSENEN

THece, THCS, CXCR4, CIB1
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F 7o BRUHEBICIN A TRLOSEES SATISEMT D,

BinTt4 position(hg38) HGVS. ¢
ADA chr20:44619862 c. 1079-15T>A (NM_000022. 4)
ADA chr20:44620435 c. 976-34G>A (N\M_000022. 4)
ADA chr20:44622730 c. 781-78G>T (N\M_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 chr11:108227594 c. —30-1G>T (NM_000051. 4)
ATH chr11:108241292 c. 497-2661A>G (\M_000051. 4)
ATH chr11:108252547 c. 1803-270T>G (N\M_000051. 4)
ATH chr11:108268026 c. 2639-384A>G (N\M_000051. 4)
ATH chr11:108268388-108268390 c. 2639-22_2639-
20de1AAT (NM_000051. 4)
ATH chr11:108270485-108270488 c. 2839-579_2839-
576de1AAGT (N\M_000051. 4)
ATH chr11:108280983 c. 3403-12T>A (NM_000051. 4)
ATH chr11:108287441 c. 3994-159A>G (N\M_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 chr11:108330199 c. 7308-15A>G (NM_000051. 4)
ATH chr11:108344052 c. 8418+681A>G (N\M_000051. 4)
ATP6AP1 chrX: 154431597 c. 289-233C>T (NM_001183. 6)
BLM chr15:90793909 c. 3020-258A>G (N\M_000057. 4)
BTK chrX:101349766 c. *119A>C (NM_000061. 3)
BTK chrX:101354717 c. 1567-23A>C (NM_000061. 3)
BTK chrX:101357480-101357481 c. 1177+28_1177+291nsAGAAAAAAGGT (N
M_000061. 3)
BTK chrX:101358707 c. 895-11C>A (NM_000061. 3)
BTK chrX:101370106-101370107 c. 310-28_310~
27de1GCinsTG (NM_000061. 3)
BTK chrX:101374427 c. 240+109C>A (NM_000061. 3)
BTK chrX:101374428 c. 240+108T>G (NM_000061. 3)
BTK chrX:101374839 c. 142-205A>G (NM_000061. 3)
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BTK chrX:101375133 c. 141+11C>T (NM_000061. 3)
BTK chrX:101386056 c. —31+6T>G (NM_000061. 3)
BTK chrX:101386057 c. —31+5G>C (N\M_000061. 3)
BTK chrX:101386061 c. —31+1G>C (NM_000061. 3)
BTK chrX:101386062 c. —31G>T (NM_000061. 3)
BTK chrX:101386224 c. ~193A>G (N\M_000061. 3)
C10B chrl:22659438 c. —17-2A>C (N\M_000491. 5)
2 chr6:31943549-31943570 c. 1567+22_1567+43del122 (NM_000063
6)
c3 chr19:6720594 c. —5delG (NM_000064. 4)
c7 chr5:40931041 c. 63-23T>A (NM_000587. 4)
C8A chr1:56885915 c. 856-12G>A (NM_000562. 3)
CARD9 chr9:136367619 c. 1269+18G>A (NM_052813. 5)
cD3D chr11:118342608 c. ~1G>T (NM_000732. 6)
CD40LG chrX:136654341-136654348 c. 289-32_289-
25de1AAAATGAC (NM_000074. 3)
CD40LG chrX: 136654358 c. 289-15T>A (NM_000074. 3)
CD40LG chrX:136655441 c. 347-915A>T (N\M_000074. 3)
CHD7 chr8:60821779 c. 2698-11A>G(NM_017780. 4)
CHD7 chr8:60822009 c. 2836-15C>G(NM_017780. 4)
CHD7 chr8:60845235 c. 5051-15T>A (NM_017780. 4)
CHD7 chr8:60850471 c. 5405-22T>A (NM_017780. 4)
CHD7 chr8:60850475 c. 5405-18C>A (NM_017780. 4)
CHD7 chr8:60850476 c. 5405-17G>A (NM_017780. 4)
CHD7 chr8:60850480 c. 5405-13G>A (NM_017780. 4)
CHD7 chr8:60851121 c. 5607+17A>G(NM_017780. 4)
CLPB chr11:72308627 c. 1079-23T>A (NM_030813. 6)
CTsC chr11:88337727 c. ~55C>A (NM_001814. 6)
CYBA chr16:88646212 c. 288-15C>G (NM_000101. 4)
CYBB chrX: 37780009 c. ~69A>C (NM_000397. 4)
CYBB chrX:37780011 c. —67T>C (NM_000397. 4)
CYBB chrX:37780012 c. —66delT (NM_000397. 4)
CYBB chrX:37780012-37780013 c. —66dupT (N\M_000397. 4)
CYBB chrX:37780013 c. —65C>T (NM_000397. 4)
CYBB chrX:37780014 c. —64C>T (NM_000397. 4)
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CYBB chrX:37782074-37782077 c. 46-14_46-
11delTTCTinsGAA (NM_000397. 4)
CYBB chrX: 37782077 c. 46-11T>G (NM_000397. 4)
CYBB chrX:37783462-37783478 c. 142-28_142-
12de1ACTCTGCTCCCTTTCCC (NM_000397
4)
CYBB chrX: 37783478 c. 142-
12de1CinsACCTCTTCTAG (NM_000397. 4)
CYBB chrX: 37790096 c. 253-1879A>G (NM_000397. 4)
CYBB chrX: 37794788 c. 483+978G>T (N\M_000397. 4)
CYBB chrX: 37797221 c. 674+1080A>G (NM_000397. 4)
CYBB chrX: 37797478 c. 674+1337T>G (NM_000397. 4)
CYBB chrX: 37797798 c. 675-1157A>G (NM_000397. 4)
CYBB chrX:37798943 c. 675-12T>G (NM_000397. 4)
CYBB chrX:37804995 c. 1152-11T>G (NM_000397. 4)
DCLREIC chr10:14924846 c. 973-1777G>C (NM_001033855. 3)
DKCI chrX: 154762824 c. —142C>G (N\M_001363. 5)
DKCI chrX: 154762825 c. ~141C>G (NM_001363. 5)
DKCI chrX: 154765429 c. 85-15T>C(NM_001363. 5)
DNNT3B chr20:32807751 c. 2421-11G>A (NM_006892. 4)
DOCKS chr9:317025 c. 742-18C>G (NM_203447. 4)
DOCKS chr9:317028 c. 742-15T>G (NM_203447. 4)
ELANE chr19:851430-851481 c. —899_-848del152 (N\M_001972. 4)
ELANE chr19:852326 c. ~3A>T(NM_001972. 4)
Fi12 chrb5:177409589 c. —62C>T (NM_000505. 4)
FAS chr10:89008877 c. 335-12C>G (NM_000043. 6)
FAS chr10:89010737 c. 506-16A>G (N\M_000043. 6)
FASLG chr1:172658941 c. —261T>C (NM_000639. 3)
FERMTI chr20:6094199 c. 1139+740G>A(NM_017671. 5)
FERMTI chr20:6122775 c. —20A>G(NM_017671. 5)
FOXP3 chrX:49250456 c. *878A>G (NM_014009. 4)
FOXP3 chrX:49250458 c. *876A>G (NM_014009. 4)
FOXP3 chrX:49258512 c. TG>T (NM_014009. 4)
FOXP3 chrX:49264656 c. —23+5G>A (N\M_014009. 4)
FOXP3 chrX:49264659 c. —23+2T>G (NM_014009. 4)
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FOXP3 chrX: 49264660 c. —23+1G>T (N\M_014009. 4)
FOXP3 chrX:49264661 c. —23G>A (N\M_014009. 4)
CATAZ chr3: 128483288 c. 1017+572C>T (NM_032638. 5)
CATAZ chr3:128483320-128483347 c. 1017+513_1017+540de128 (NM_03263
8.5)
CATAZ chr3: 128483328 c. 1017+532T>A (NM_032638. 5)
CATAZ chr3:128487077 c. —45-16>C (N\M_032638. 5)
CATAZ chr3: 128604048 c.—111195T>A (N\M_032638. 5)
IFNGR1 chr6: 137203727 c. 547-42A>T (NM_000416. 3)
IKBKG chrX: 154547745 c. —16G>C (\M_001099857. 5)
IKBKG chrX: 154547746 c.—16+1G>T (N\M_001099857. 5)
IKBKG chrX: 154560384 c. 519-23A>T (N\M_001099857. 5)
IL10RB chr21:33296409 c. %52C>T (\M_000628. 5)
IL2RB chr22:37132481 c. 819-13C>G (NM_000878. 5)
IL2RG chrX:71107428 c. %308A>G (NM_000206. 3)
IL2RG chrX:71110703 c. 270-15A>G (NM_000206. 3)
IL2RG chrX:71111644 c. —105C>T (NM_000206. 3)
IL7R chrb: 35867751 c. 379+288G>A (N\M_002185. 5)
TRAK4 chr12:43784244 c. 1188+520A>G (N\M_016123. 4)
1T6B2 chr21:44900489 c. 742-14C>A (NM_000211. 5)
1T6B2 chr21:44901745 c. 500-12T>G (NM_000211. 5)
JAK3 chr19:17832430 c. 2680+89G>A (N\M_000215. 4)
JAK3 chr19:17835226 c. 1915-11G>A (N\M_000215. 4)
NEX2-5 chrb:173235739 c. —656de1C (NM_004387. 4)
NEX2-5 chrb: 173245288 c. —10205G>A (NM_004387. 4)
NEX2-5 chr5:173245300 c. —10217G>C (NM_004387. 4)
PARN chr16:14630188 c. —63C>T (\M_002582. 4)
PNP chr14:20474755 c. 286-18G>A (NM_000270. 4)
POLE chr12:132672595 c. 1686+32C>G (N\M_006231. 4)
POLE chr12:132675164 c. 1226+234G>A (NM_006231. 4)
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)

9/ 14




PTEN chr10:87863359 c. ~1111A>G (NM_000314. 8)
PTEN chr10:87863469 c. —1001T>C (NM_000314. 8)
PTEN chr10:87863495 c. —975G>A (NM_000314. 8)
PTEN chr10:87863539 c. —931G>A (NM_000314. 8)
PTEN chr10:87863549 c. —921G6>T (N\M_000314. 8)
PTEN chr10:87863574 c. —896T>C (NM_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. —307delC(NM_000314. 8)
PTEN chr10:87864447 c. —23delT (NM_000314. 8)
PTEN chr10:87932992 c. 254-21G6>C (NM_000314. 8)
PTEN chr10:87960843-87960878 c. 802-51_802-16de136 (N\M_000314. 8)
PTEN chr10:87965537 c. *65T>A (NM_000314. 8)
PTEN chr10:87965547-87965564 c. *75_%92de1 TAATGGCAATAGGACATTins
CTATGGCAATAGGACATTG (NM_000314. 8)
RAGT chr11:36568121 c. ~16A>G (NM_000448. 3)
RAGZ chr11:36598102 c. —28G>C (NM_000536. 4)
REXANK chr19:19196952 c. 188-11C>T (N\M_003721. 4)
RPSA chr3:39406769 c. —34+5G6>C (N\M_002295. 6)
RTELI chr20:63662413-63662414 c. 396-61dupG (N\M_032957. 5)
SERPING1 chr11:57597582 c. ~163C>T (NM_000062. 3)
SERPING1 chr11:57597584 c. ~161A>G (NM_000062. 3)
SERPING1 chr11:57597645 c. ~100C>G (NM_000062. 3)
SERPING1 chr11:57598094 c. —22-155G>T (N\M_000062. 3)
SERPING1 chr11:57598247 c. —22-2A>G (NM_000062. 3)
SERPING1 chr11:57598248 c. —22-1G>A (N\M_000062. 3)
SERPING1 chr11:57605998 c. 686—12A>G (N\M_000062. 3)
SERPING1 chr11:57606394 c. 890-14C>G (NM_000062. 3)
SERPING1 chr11:57606931 c. 1029+384A>G (NM_000062. 3)
SERPING1 chr11:57614315 c. 1250-13G>A (NM_000062. 3)
SH2D1A chrX:124365744-124365750 c. 138-17_138-
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11de1AGTTTAT (NM_002351. 5)

SPINKS chrb:148086393 c. 283-12T>A (NM_006846. 4)
SPINK5S chrb:148104940 c. 1431-12G>A (NM_006846. 4)
SPINK5S chr5:148111948 c. 1820+53G>A (NM_006846. 4)
STAT1 chr2:190978843 c. 1873+13T>C(NM_007315. 4)
STAT3 chr17:42326288 c. 1282-89C>T (NM_139276. 3)
STXBPZ2 chr19:7640870-7640877 c. 326-30_326-

23del1GCCTGATG (NM_006949. 4)
STXBPZ2 chr19:7640877-7640884 c. 326—23_326-

16de1GCCCCACT (NM_006949. 4)
TAFAZZIN chrX: 154413362 c. 284+110G>A (NM_000116. 5)
TAFAZZIN chrX:154420840-154420852 c. 778-63_778-

51de1CTCCCAGGGCACC (N\M_000116. 5)
TBX1 chr22:19756055 c. =777C>T (NM_080647. 1)
TBX1 chr22:19756212 c. ~620A>C (NM_080647. 1)
TBX1 chr22:19756832 c. —87+87C>G (NM_080647. 1)
TBX1 chr22:19756845 c. —87+100C>T (NM_080647. 1)
TBX1 chr22:19756902 c. —87+157G>T (NM_080647. 1)
TBX1 chr22:19759605 c. —39C>T (NM_080647. 1)
TERC chr3:169765082 c. —22C>T (NR_001566. 1)
TERC chr3:169765118 c. —58C>G (NR_001566. 1)
TERC chr3:169765159 c. —99C>G (NR_001566. 1)
TERT chr5:1271219 c. 2383-15C>T (NM_198253. 3)
TERT chrb5:1295046 c. ~57A>G (NM_198253. 3)
TGFB1 chr19:41354714 c. —~1670G>A (NM_000660. 7)
TGFBR2 chr3:30606825 c. —59C>T (NM_003242. 6)
TRNT1 chr3:3146404 c. 609-26T>C (NM_182916. 3)
UNC13D chr17:75828098 c. 3152-12del1C(NM_199242. 3)
UNC13D chr17:75830164 c. 2831-13G>A (NM_199242. 3)
UNC13D chr17:75831361 c. 2448-13G>A (NM_199242. 3)
UNC13D chr17:75843826 c. 118-307G>A (NM_199242. 3)
UNC13D chr17:75843827 c. 118-308C>T (NM_199242. 3)
UNC13D chr17:75844078 c. 117+143A>G (NM_199242. 3)
VPS13B chr8:99467391 c. 3446-23T>G(NM_017890. 5)
WAS chrX:48689301-48689309 c. 1339-19_1339-
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11de1TGATCCCTGinsATCTGCAGACC (NM_O
00377. 3)

JAP70 chr2:97733464 c. 838-80G>A (N\M_001079. 4)

JAP70 chr2:97737984 c. 1624-11G>A (NM_001079. 4)

(1)

(2)

(3)

(4)

(5)

(6)

REFE

M BEML L7277 5 DNA 2G| %5 DA RBIRF OIS Ea—
= Ve EDA L b VBRI EANA TV XA B—T a3 D WITEERR
WL (polymerase chain reaction £, PCRIELEE) ITX W IRME L., Wi —7
VY —HL0EF Y BT Y — = I K DEE TR EZ TV RS
BAR T D72 A B = — NEIRIZ 35 1T 2K B L O S LB (b o0 A M A A H 3
%o IKBKGIZBE U CIIMFSEIERS H 5720, Witk — 27 =% —I2Z., long-
range PCR % sanger {EIZTHNY 72 M &R T 5, 7272 L. IABKG D ex3-ex10 O
RRKDOBEHIIRARETH D, SBISIZE L CIIFAFRIRERKA & 572, long-range
PCR % D BEWY) Z IR S — 27 P — I TRRIT T 5,

JFRIMIE DB OZIF AN ET BN, RLTLeEFL VG ITTHE SN2 DNA 21T A
N5, ZOHEIIEx OFFNZ LV HET 26D ET 5,

ETEE R O E AT
EEEICHW SN TWD e F7 ) AU 77 L ARSI & O O | RS2
DHEZHET D,

ERBEICEIBE LTI 2 L LT DREMEOHHA
R Lo AREIIREMEAZET 5 b0 THH Y EHA,

BREICET S HE
FRARDIAFTIC RV = B 235 60 3 H LA,

HEZEFET 2H AT H - Tk, EERICHEZTT > WEREF DL
WEDEFEIH Y FH A,

R DERER S

SRR TR D A RIRCIRAUC OV THIZHB L, AREDOH LIAZOER
MR D,
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(7) BiEOBIREZ
WERTRAT O BEA AL DGR 7~V B S BRI 1A
(B zes (P RIER 4% EDTA-2K (F 713 Na) HERL)

(8) MREEDIRRE
HLHE 1nl A B2 4R MY 5,

(9) BEDRIFSRM:
E2I3111KE 3 BB e/ NS T A e R ¥ T E S RS

(10) HeiRD#H S
EE (7). (8), (9) Z-THRIKIZONT, FICAN TERICTAITIZHEET S

(WEIISCT, RmFIORMG ), BEHOFHIZEFET L Z L 2FAIET 5,

(11) BREEEEROBED T~V DFEHEEH

BRARBGAT 7 ~ I TR 1D 72 D NSRS EL A 1D 253 2.
RAEREEL, YREEREORXZHEAT 2, FAREHEA Z TR,
- EAAEID

- T LOMERE (REA, BEa— NES, B

- SRR BN

« A KT A L ESFORERR

- FERE AR AE

(12) gtk % BRI 2 D ARER (MMOBEREFCHEZKET 25
(CHT7e> TiL, HHRBEREFE) = THRET D DICET 5 M
FEEHORBEFEZFAIE T 5,

LR E AT RO T, EEEBEICIT T RER 2T,

(13) AT/HH
L

(14) REORH LIAAR, BEWEhH
PARMEVENDT S DNABIGERT  BiInFREE (O S8 FHiE=s)
T292-0818 TIEWRAREAM T SHL 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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