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WRETRE : [FRRERRAERE |

WEA - [P EER s TR
5L

AR HENERE T 78 (neurofibromatosis typel : NF1, L7 U I ¥ %) 13,
B 7 x o A - UVBEEMRERHEIE L 8 L, Zofd, IR, MR, (R, WHRE) 7
CIZEH iR BT HRBETH Y | WY ERIEEMEOBEMRE TH D,

TRRRARHENESE 11 %Y (neurofibromatosis type2 : NF2) 1%, MifAIHEIZ I8 AL 4 2 BEppRe
FEIE (RTREARREEIE) 2 5 e L. T OMOMBRIEE (&% OFF Beh e, BEAE,
FHE FANE) RREIRZA (BTN ORISR, G FREE) | BRRZ CE % A )
BT D WY AREEOBEHERER TS 5,

ARAS Tl NFI, NF2, SPRED] SBIG 1D X Ry a— REERT 7 V> b F Do A
7T A AENLREIR A RS — 7 = —TRET L. IR ST LV 0. 1%
U OF /e —H @S L FUVRA - REICHOWTIET S, F8H Y — PRk —4
VY —=DT =2 OMENLERGAEIL, oAk AF YT ) —v—F Y —T
DFFNTZAT 90 IRBRBUERE - FAED 2 ©—FELRBUR R 7/ 2EEZEIZE
L CIE@mkE CoMmM»ESH Y — FRORMAR S — 7 o —TIIREE R 720, g5
L2V, (KT A 7120 TEANY T ha—F—CTRIETE 2L DIZB LT
WMETLIN, NV T ha—F—TRIETERP-o7TCbDIZE L TdsRE LRy, 7z
ERESEEICIN . FREOER b AT BN S,

B4 position (hg38) HGVS. ¢
LZTRI chr22:20982334 c. —38T>A (NM_006767. 4)
LZTRI chr22:20985828 c. 264-13G>A (\M_006767. 4)
LZTRI chr22:20995490 c. 1943-256C>T (N\M_006767. 4)
LZTRI chr22:20996679 c. 2220-17C>A (N\M_006767. 4)
NF1 chr17:31095037 c. —273A>C (N\M_000267. 3)
NF1 chr17:31095038 c. —272G>A (N\M_000267. 3)
NF1 chr17:31104400-31104404 c. 60+9031_60+9035de 1AAGTT (NM_00026
7.3)
NF1 chr17:31122754 c. 60+27385T>A (NM_000267. 3)
NF1 chr17:31148497 c. 61-7486G>T (NM_000267. 3)
NF1 chr17:31158991 c. 205-19T>A (NM_000267. 3)
NF1 chr17:31159638 c. 288+545A>G (N\M_000267. 3)
NF1 chr17:31160230 c. 288+1137C>T (N\M_000267. 3)
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NF1 chr17:31160232 c. 288+1139T>A (N\M_000267. 3)
NF1 chr17:31161118 c. 288+2025T>G (N\M_000267. 3)
NF1 chr17:31161181 c. 289-2005T>G (\M_000267. 3)
NF1 chr17:31162859 c. 289-327T>C (NM_000267. 3)
NF1 chr17:31162878 c. 289-308G>C (NM_000267. 3)
NF1 chr17:31162943 c. 289-243G>T (NM_000267. 3)
NF1 chr17:31181407-31181408 c. 587-15_587-14delTT (\M_000267. 3)
NF1 chr17:31181408 c. 587-14T>A (\M_000267. 3)
NF1 chr17:31181410 c. 587-12T>A (N\M_000267. 3)
NFI chr17:31182494 c. 731-14T>G (\M_000267. 3)
NFI chr17:31183316 c. 888+651T>A (NM_000267. 3)
NFI chr17:31183409 c. 888+744A>G (NM_000267. 3)
NFI chr17:31183454 c. 888+789A>G (NM_000267. 3)
NFI chr17:31192030 c. 889-8392A>G (\M_000267. 3)
NF1 chr17:31193098 c. 889-7324A>G (\M_000267. 3)
NF1 chr17:31200401 c. 889-21C>A (N\M_000267. 3)
NF1 chr17:31200410 c. 889-12T>A (N\M_000267. 3)
NF1 chr17:31200655 c. 1062+60A>G (NM_000267. 3)
NF1 chr17:31200708 c. 1062+113A>G (\M_000267. 3)
NF1 chr17:31201023 c. 1063-14T>A (NM_000267. 3)
NF1 chr17:31202692 c. 1260+1207T>G (NM_000267. 3)
NF1 chr17:31203089 c. 1260+1604A>G (NM_000267. 3)
NF1 chr17:31206219 c. 1261-21T>G (NM_000267. 3)
NF1 chr17:31206221 c. 1261-19G>A (NM_000267. 3)
NF1 chr17:31206227 c. 1261-13T>A (NM_000267. 3)
NF1 chr17:31207115 c. 1392+744T>G (\M_000267. 3)
NF1 chr17:31207126 c. 1392+755T>A (N\M_000267. 3)
NF1 chr17:31207659 c. 1392+1288A>G (NM_000267. 3)
NF1 chr17:31212896 c. 1393-1555C>G (NM_000267. 3)
NF1 chr17:31212918 c. 1393-1533C>G (N\M_000267. 3)
NF1 chr17:31213859 c. 1393-592A>G (\M_000267. 3)
NF1 chr17:31213928 c. 1393-523A>T (\M_000267. 3)
NF1 chr17:31214597-31214599 c. 1627+12_1527+14delTTT (NM_000267
3)
NF1 chr17:31215260 c. 1527+675C>T (\M_000267. 3)
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NF1 chr17:31215744 c. 1527+1159C>T (N\M_000267. 3)
NF1 chr17:31215750 c. 1527+1165T>A (N\M_000267. 3)
NFI chr17:31215752 c. 1527+1167C>G (N\M_000267. 3)
NFI chr17:31215772 c. 1527+1187C>G (N\M_000267. 3)
NFI chr17:31215790 c. 1527+1205T>G (N\M_000267. 3)
NFI chr17:31221401 c. 1642-449A>G (N\M_000267. 3)
NFI chrl17:31222471 c. 1721+542A>G (N\M_000267. 3)
NFI chr17:31223418 c. 1722-26T>G (NM_000267. 3)
NF1 chr17:31223420 c. 1722-24A>G (NM_000267. 3)
NF1 chr17:31223424-31223427 c. 1722-20_1722-

17de1TGAA (N\M_000267. 3)
NF1 chrl17:31223433 c. 1722-11T>G (N\M_000267. 3)
NF1 chrl17:31226421 c. 2002-14C>G (NM_000267. 3)
NF1 chr17:31227205 c. 2252-13T>A (NM_000267. 3)
NF1 chrl17:31227207 c. 2252-11T>G (NM_000267. 3)
NF1 chr17:31229007 c. 2410-18C>G (NM_000267. 3)
NF1 chr17:31229009 c. 2410-16A>G (NM_000267. 3)
NF1 chr17:31229010 c. 2410-15A>G (NM_000267. 3)
NF1 chr17:31229011 c. 2410-14A>G (NM_000267. 3)
NF1 chr17:31229012 c. 2410-13A>G (NM_000267. 3)
NF1 chr17:31229013 c. 2410-12T>G (NM_000267. 3)
NFI chr17:31229821-31229822 c. 2851-14_2851-13insA (\M_000267. 3)
NFI chr17:31230249 c. 2991-11T>G (N\M_000267. 3)
NFI chrl17:31231743 c. 3198-330A>G (N\M_000267. 3)
NFI chrl17:31231759 c. 3198-314G>A (NM_000267. 3)
NFI chr17:31235905 c. 3871-13T>A (NM_000267. 3)
NFI chr17:31236281 c. 3974+260T>G (N\M_000267. 3)
NF1 chr17:31246346 c. 3975-2638T>G (N\M_000267. 3)
NF1 chr17:31248973 c. 3975-11T>G (NM_000267. 3)
NF1 chr17:31250056 c. 4110+937C>G (N\M_000267. 3)
NF1 chr17:31250064 c. 4110+945A>G (N\M_000267. 3)
NF1 chr17:31250092 c. 4110+973T>G (N\M_000267. 3)
NF1 chr17:31251302 c. 4110+2183G>T (N\M_000267. 3)
NFI chrl17:31251543 c. 4110+2424A>G (NM_000267. 3)
NFI chr17:31252550-31252551 c. 4110+3431_4110+3432insG (NM_00026
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7.3)

NFI chr17:31253285 c. 4110+4166A>G (N\M_000267. 3)
NF1 chr17:31254859 c. 4111-3485T>G (\M_000267. 3)
NF1 chr17:31257665 c. 4111-679G>A (NM_000267. 3)
NF1 chr17:31261690 c. 4515-21T>G (NM_000267. 3)
NF1 chr17:31261691-31261693 c. 4515-20_4515-

18de1AAG (NM_000267. 3)
NF1 chrl17:31261692 c. 4515-19A>G (N\M_000267. 3)
NF1 chr17:31261696-31261698 c. 4515-15_4515-

13del1GTT (NM_000267. 3)
NF1 chrl17:31261697 c. 4515-14T>G (NM_000267. 3)
NF1 chr17:31314393 c. 4773-11427A>G (\M_000267. 3)
NF1 chrl17:31327461 c. 5206-38A>G (NM_000267. 3)
NF1 chr17:31327480 c. 5206-19C>A (NM_000267. 3)
NF1 chr17:31327485 c. 5206-14C>G (NM_000267. 3)
NF1 chr17:31329933 c. 5547-363T>G (\M_000267. 3)
NF1 chr17:31330765 c. 5749+267A>G (N\M_000267. 3)
NFI chr17:31330830 c. 5749+332A>G (N\M_000267. 3)
NF1 chr17:31333660-31333675 c. 5750-1178_5750—-

1163de] AAGCCATTGAAAAATG (NM_000267

3)
NF1 chr17:31333675 c. 5750-1163G>T (N\M_000267. 3)
NF1 chr17:31334557 c. 5750-281T>G (N\M_000267. 3)
NF1 chr17:31334559 c. 5750-279A>G (N\M_000267. 3)
NF1 chr17:31334559-31334560 ¢. 5750-279_5750~

278de1AT (\M_000267. 3)
NF1 chr17:31334661 c. 5750-177A>C (NM_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)
NFI chr17:31337608 c. 6579+26C>G (NM_000267. 3)
NFI chr17:31337613 c. 6579+31T>G (NM_000267. 3)
NFI chr17:31338008 c. 6642-17G>A (NM_000267. 3)
NFI chr17:31338150 c. 6756+11C>T (NM_000267. 3)
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NF1 chr17:31348352 c. T127-768G>T (\M_000267. 3)

NF1 chr17:31349100 c. T127-20T>A (NM_000267. 3)

NF1 chr17:31349108 c. T127-12T>A (N\M_000267. 3)

NF1 chr17:31352240 c. 7395-17T>G (NM_000267. 3)

NF1 chr17:31357245-31357250 c. 7807-24_7807-
19del1GTTTACinsTTTTAG (NM_000267. 3)

NF1 chr17:31358124 c. 7908-356C>G (\M_000267. 3)

NF1 chr17:31358159 c. 7908-321C>G (\M_000267. 3)

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

NFI chr17:31358647 c. 8050+25A>T (NM_000267. 3)

NFI chr17:31358708 c. 8050+86A>G (NM_000267. 3)

NF1 chr17:31358713-31358714 c. 8050+91_8050+92insTAT (NM_000267
3)

NFI chr17:31358714 c. 8050+92G>T (NM_000267. 3)

NF2 chr22:29603933-29603934 c. —66_-65insT (\M_000268. 4)

NF2 chr22:29636891 c. 240+15C>T (\M_000268. 4)

NF2 chr22:29654957 c. 516+232G>A (NM_000268. 4)

NF2 chr22:29657742-29657744 c. 600-447_600~
445de1ACTinsCTGTAAAA (NM_000268. 4)

NF2 chr22:29661362-29661364 c. 810+23_810+25de IATG (NM_000268. 4)

NF2 chr22:29683700 c. 1737+2099G>T (NM_000268. 4)

SHARCBI chr22:23787821 c. 93+559A>G (\M_003073. 5)

SHARCBI chr22:23800933 c. 363-11T>G (\M_003073. 5)

SHARCBI chr22:23801964 c. 500+883T>G (NM_003073. 5)

SHARCBI chr22:23801968 c. 500+887G>A (NM_003073. 5)

SHARCBI chr22:23818434 c. 795+1498C>T (\M_003073. 5)

SHARCBI chr22:23834129 c. 1119-12C>G (NM_003073. 5)

SMARCBI chr22:23834197 c. %17C>T (NM_003073. 5)

SMARCBI chr22:23834250 c. *70C>T (NM_003073. 5)

SHARCBI chr22:23834262 c. %82C>T (NM_003073. 5)

(1) ®mEFE

MEZ SR L7257 L DNA 86| RS T D MANRBIn Ol AE < HE=a—F

7179




(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

e Y b2 DA v bu BRI e AT I B = a b D OIERERR
MEYE (polymerase chain reaction %, PCRIESEE) 2L VM L. WiEHA(L —4
Y =HDHNEF YT Y == P L DB FESNIREZITV. AT
BT OIS E 2 — REIKICE T 52— v v 7 TRt Al e R HH BUSE FE
WHRBHNE L OFEZ RIS 2,

EEVEME R OVH e B 2

EEEICHNEN TS e M7 LY 77 L ARSI E OHED G | KRB ZE 5
DHELZHES D,

EREEICREREZITO 2L T OIREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

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

HEZZFET 2HEICH > Tk, EBRCTHEZIT O HERER DA
HEDFEFELH Y £ A,

/ AENPEAE s
FERHERIC TR O HBRCERFUC DWW TSIt A L, AKBEOH LIAZRDOE R
PRI A,

AN AT
WREF ST D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I 1mL LA b 2 4R i3 5.,

BRIE DRI
PRIMAR T, LTI £ 7o 3B R4 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIREET S
(WEIZE LT, REAIORIM S ), FEEHORRICEET L Lz2fAlE T 5,
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(11) REKEERRED 7 ~)VOFERHEH
RRARREART Z ~ U ITEA AR 1D 72 & ONSRRE B 1D 2 5edld %,
RAEMIEE L, YMERREORAEZMEN TS, ZREHER Z U TR,
- [E4 AL 1D
RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEEZFAIE T 5,

LR F AT AR e DT EREBEICIT T iR 2T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 TR AR H M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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