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HETBE R

No. BETNA Ver. | f{EMBA%AA VERLE ARE
1| BrEfERk 1 2020/11/9 HE— | RBE%
2 | —HEEEBGEN 2 2021/5/19 MIE— | R
3 | —HRmEEGEN 3 2021/6/30 MIE— | R
4 | EALE 4 2022/4/1 MIE— | RS
5 | fEiEEM 5 2022/11/24 HMINE— | RER
6 | SMARCBI, LZTRI % 3E1N 6 2022/12/27 ME— | R
7 | ADBREEKEEOLHHEAOLE | 7 2023/4/1 FTHE | RER
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RETHE : [FRRERRAERERE |

WEA - [ EER s T RE]
1BERE

TRRARHMENESE T 5 (neurofibromatosis typel : NF1, L 7 U I 7B 0K 13,
B 7 x o A - UVBEEMRERHEIE L 8 L, Zofd, IR, MR, (R, WHRE) 7
CICER A BT 2BBETH Y | HHRARMEEMEOBEMEEE TH 5,

PREEHRHENESE 11 7 (neurofibromatosis type2 : NF2) &, WifHIMEICFE AL 2 Blipdhi
HIE (RTEAPRRENIE) 2 2L U, 2 OMOMRRIEE (I OF Bt g, BERE,
FHE FANE) RREIRZA (BTN ORISR, G FREE) | BRRZ CE % A )
BT D REARENEOBEMEETH D,

ANRHE Tl NFL NF2, SPREDI, SMARCBI, LZTRI Y85+ D # L/ a— Righk—e 7 v
& ZDWUED AT T A AERNL IR 2 R > — 7 = o — TR L, EicRtsne7
LIVBERE 0. 1%LL F O/ — R E R & HOA « REICOWTHET 5, HEHY — R
R — 7 o — DT — X OFEN LB GAE T, Yo T B3 ET Y —
= Y= TOMT AT 90 RBRBUBEREK « FIANFED 2 & —HEAR KRBT/
IHEEZARICE L LR E COMmMMNEE Y — Mo R — 7 o —ClrIR e
7o, WG L Ly, (Kilae 1 7iconTinNy 7o ha—7—TRIHTE 72
HOIZE LTI ET 08, N7y ha—F —THRIETE o7zt OB LTt
H L7V, 7o EREHEBIIMA, FREOSEES fT BT 2,

BinTt4 position(hg38) | HGVS.c
NF1 chr17:31095037 | c. —273A>C (NM_000267. 3)
NF1 chr17:31095038 | c.—272G>A (NM_000267. 3)
NFI chr17:31148497 | c. 61-7486G>T (NM_000267. 3)
NFI chr17:31158991 c. 205-19T>A (NM_000267. 3)
NF1 chr17:31160230 | c. 288+1137C>T (NM_000267. 3)
NF1 chr17:31161118 | c. 288+2025T>G (NM_000267. 3)
NFI chr17:31181407 | c.587-15_587-14delTT (NM_000267. 3)
NFI chr17:31181408 | c. 587-14T>A (NM_000267. 3)
NFI chr17:31181410 | c.587-12_587-
10delTGTinsGGG (NM_000267. 3)
NF1 chr17:31182494 | c. 731-14T>G (NM_000267. 3)
NF1 chr17:31183316 | c. 888+651T>A (NM_000267. 3)
NF1 chr17:31183409 | c. 888+744A>G (NM_000267. 3)
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NF1 chr17:31183454 . 888+789A>G (N\M_000267. 3)
NF1 chr17:31200401 . 889-21C>A (N\M_000267. 3)
NF1 chr17:31200410 . 889-12T>A (N\M_000267. 3)
NF1 chr17:31200708 . 1062+113A>G (N\M_000267. 3)
NF1 chr17:31201023 . 1063-14T>A (N\M_000267. 3)
NF1 chr17:31203089 . 1260+1604A>G (NM_000267. 3)
NF1 chr17:31206219 . 1261-21T>G (\M_000267. 3)
NF1 chr17:31206221 . 1261-19G>A (N\M_000267. 3)
NF1 chr17:31206227 . 1261-13T>A (N\M_000267. 3)
NF1 chr17:31207125 . 1392+754T>G (\M_001042492. 3)
NF1 chr17:31212896 . 1393-1555C>G (NM_000267. 3)
NF1 chr17:31213859 . 1393-592A>G (N\M_000267. 3)
NF1 chr17:31215260 . 1527+675C>T (\M_000267. 3)
NF1 chr17:31215744 . 1527+1159C>T (N\M_000267. 3)
NF1 chr17:31215750 . 1527+1165T>A (NM_000267. 3)
NF1 chr17:31221401 . 1642-449A>G (N\M_000267. 3)
NF1 chr17:31222471 . 1721+542A>G (N\M_000267. 3)
NF1 chr17:31223418 . 1722-26T>C (N\M_000267. 3)
NF1 chr17:31223424- | c. 1722-20_1722-17de1TGAA (NM_000267. 3)
31223427
NF1 chr17:31223433 . 1722-11T>A (\M_000267. 3)
NF1 chr17:31226421 . 2002-14C>G (\M_000267. 3)
NF1 chr17:31227205 . 2252-13T>A (N\M_000267. 3)
NF1 chr17:31227207 . 2252-11T>G (N\M_000267. 3)
NF1 chr17:31229007 . 2410-18C>G (N\M_000267. 3)
NF1 chr17:31229009 . 2410-16A>G (\M_000267. 3)
NF1 chr17:31229010 . 2410-15A>G (N\M_000267. 3)
NF1 chr17:31229011 . 2410-14A>G (N\M_000267. 3)
NF1 chr17:31229012 . 2410-13A>G (N\M_000267. 3)
NF1 chr17:31229013 . 2410-12_2410-9delTTTT (NM_000267. 3)
NF1 chr17:31229821 . 2851-14_2851-131insA (N\M_000267. 3)
NF1 chr17:31230249 .2991-11delT (NM_000267. 3)
NF1 chr17:31231759 . 3198-314G>A (N\M_000267. 3)
NF1 chr17:31235905 . 3871-13T>A (N\M_000267. 3)
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NF1 chr17:31236281 | c. 3974+260T>G (N\M_000267. 3)

NF1 chr17:31248973 | c. 3975-11T>G (N\M_000267. 3)

NF1 chr17:31250064 | c. 4110+945A>G (N\M_000267. 3)

NF1 chr17:31252550 | c.4110+3431_4110+3432insG (NM_000267. 3)

NF1 chr17:31253278 | c. 4173+278A>G (N\M_001042492. 3)

NF1 chr17:31261690 | c.4515-21T>C (NM_000267. 3)

NF1 chr17:31261691- | c. 4515-20_4515-18de1AAG (NM_000267. 3)
31261693

NF1 chr17:31261697 | c. 4515-14T>G (N\M_000267. 3)

NF1 chr17:31327461 | c. 5206-38A>G (N\M_000267. 3)

NF1 chr17:31327480 | c.5206-19C>A (N\M_000267. 3)

NF1 chr17:31327485 | c. 5206-14C>G (N\M_000267. 3)

NF1 chr17:31329840 | c.5610-456G>T (\M_001042492. 3)

NF1 chr17:31330765 | c. 5749+267A>G (N\M_000267. 3)

NF1 chr17:31330830 | c. 5749+332A>G (N\M_000267. 3)

NF1 chr17:31334559 | c. 5750-279A>G (\M_000267. 3)

NF1 chr17:31334661 | c. 5750-177A>C (N\M_000267. 3)

NF1 chr17:31336619 | c. 6085-16T>G (NM_000267. 3)

NF1 chr17:31336622 | c. 6085-13T>A (NM_000267. 3)

NF1 chr17:31337357 | c. 6365-11T>G (NM_000267. 3)

NF1 chr17:31337600 | c.6579+18A>G (NM_000267. 3)

NF1 chr17:31337608 | c.6579+26C>G (NM_000267. 3)

NF1 chr17:31338008 | c.6642-17G>A (NM_000267. 3)

NF1 chr17:31338150 | c.6756+11C>T (\M_000267. 3)

NF1 chr17:31349100 | c. 7127-20T>A (N\M_000267. 3)

NF1 chr17:31349108 | c. 7127-12T>A (N\M_000267. 3)

NF1 chr17:31349109 | c. 7127-11_7127-10insGTTT (NM_000267. 3)

NF1 chr17:31352240 | c. 7395-17T>G (N\M_000267. 3)

NF1 chr17:31352430 | c. 7615+16T>G (NM_001042492. 3)

NF1 chr17:31357245 | c. 7807-24_7807-

19de1GTTTACinsTTTTAG (NM_000267. 3)

NF1 chr17:31358159 | c. 7908-321C>G (NM_000267. 3)

NF1 chr17:31358463 | c. 7908-17C>G (NM_000267. 3)

NF1 chr17:31358647 | c. 8050+25A>T (\M_000267. 3)
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NF2 chr22:29603933 | c. -66_-65insT (N\M_000268. 4)
NFZ2 chr22:29636891 | c. 240+15C>T (N\M_000268. 4)
NFZ2 chr22:29654957 | c. 516+232G>A (N\M_000268. 4)
NF2 chr22:29657742 | c. 600-447_600-
445de1ACTinsCTGTAAAA (NM_000268. 4)

NF2 chr22:29683700 | c. 1737+2099G>T (NM_000268. 4)
SMARCEI chr22:23787821 | c. 93+559A>G (N\M_003073. 5)
SMARCB1 chr22:23800933 | c. 363-11T>G (N\M_003073. 5)
SMARCB1 chr22:23801964 | c. 500+883T>G (N\M_003073. 5)
SHARCE! chr22:23801968 | c. 500+887G>A (N\M_003073. 5)
SMARCE!I chr22:23818434 | c. 795+1498C>T (N\M_003073. 5)
SMARCB1 chr22:23834129 | c. 1119-12C>G (NM_003073. 5)
SHARCE! chr22:23834197 | c. *17C>T (N\M_003073. 5)
SHARCE! chr22:23834250 | c.*70C>T (N\M_003073. 5)
SHARCE! chr22:23834262 | c.*82C>T (N\M_003073. 5)
LZTRI chr22:20985828 | c. 264-13G>A (N\M_006767. 4)
LZTRI chr22:20995490 | c. 1943-256C>T (N\M_006767. 4)
LZTRI chr22:20996679 | c. 2220-17C>A (NM_006767. 4)
LZTRI chr22:20982334 | c. -38T>A (NM_006767. 4)

() WEHE

MR SEML L7257 5 DNA D2 ST DR RBE T O AES<Ea— R
=y Y e 2DA v br RS EANA T A= 3 D WO IEEEET
&L (polymerase chain reaction V£, PCRIE&EME) (CX VML, kAR —7
V=B N0NEIF TV — = Il L D BB TEYIREEZITV, RAXS
AT O AMELE a— NEKICBIT D v —F vy v 7 TR ATRE K SR o
WSRO F A T 5,

(2) EEEROHELLE
EERICHWSERTWDE FF 2 L) 77 Lo ARSI E O G | AR B2 R
DHEEZHES D,

(3) EFEMEICREMELITIZ LT HAREEDOEHA
BRZ72 L, AREIIBREMNZET 20 TIEH Y TH A,
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(4)

(5)

(6)

(7

(8)

(9)

REICETSHK
BRIRDATNC BN B A5 60 2 B LA,

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

BRI DEREZA
PEREREBE I TREE D B AGRIRIC SV THAIHI L AR O H LA OF
E AT D,

BAIRDERRA S
R IRAT D EA AL 1D 208 T~V AE T S -8 mssy 1 A
(B zeg fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDREFEEM:
PRIMAR L, BN TR T2 A R E D

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, RGAIORIM S ), FEEHOFRICEET 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 (EEAL, Ao — &S, 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,
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T HMEIIZAMT AR 20T, EEEEICIZ S REEERT,

(13) HREBEHHE
7L

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

E-mail : onjk@kazusa. or. jp
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