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WETBE R

No. BETNA Ver. | fEFBLER | EREE TR
1| B ERL 1 2018/11/5 | MJINE— | % TH&
2 | AAERE 2 2018/12/14 | MO)INE— | #& T
3| WERE OB IE Gl R OB k) 3 2019/4/1 | MINE— | SRER
4 | NF1, SLC34A1 3810 4 2020/2/1 | M)INE— | SRER
5 | Bz TOEE 5 2020/4/1 | MJIRE— | KRB
6 | —HEBEEEGEM 6 2021/5/19 | MUINE— | SRE%
7| —EBEEEGEM 7 2021/6/30 | MUIE— | SREH
8 | HALHE 8 2022/4/1 | M)INE— | SRE%
9 | Intron fEEIEN 9 2022/8/25 | MIE— | SREX%
10 | SEBGEN 10 | 2022/11/24 | fMIE— | SRE%
11| QD BAEKEEOGTEEE DA E 11 2023/4/1 AR THE | REN
12 | intron fEIDZ 12 2024/6/1 | MIE— | SRE%

279




REEE : [ BEEEY CmEELS 398 |

BREA [ BEEEY VIVEEL 2RBRETFRE ]

S

EAGPER Y v fErE< BRIE. BRI ICBIT Y U HRINOREICE Y, RY
WAL, MiFY VRENMETT2HICL VL DWEZTZIHRATH D, EiathLIE
BARPEIC T D, AIEIE S B, BB JOVERIC X 0 FREHORBICEI N
%o BT, BRHESEARIAHETEIN 7 23 (FGF23: Fibroblast growth factor 23) 728 U L F[JR
BT D ERNT & LCHRE S, FGF23 @ EFIC X %< B9 % FGR23 BE#K U > IE
PES D & BIES, @AY U AIEEFEDRVME Y CiEIF% RIS BB 0 EE
ZRED IR HEIEE N, KA DI X D IRMERSERE e X TALND,

ARAEIIRBERA (B 2 D KFEMELS 27/ FILIE) DS OBETFTH D
PHEX, FGF23, DMP1, ENPP1, FAM20C, FGFR1, PTHIR, SLC34A3, SLCIA3R1, CLCNG, OCRL, CYP2RI1, HV
RNPC, CYP3A4, NF1, SLC34A1 SEAGF D% /37 a— RiEl— 7 vV o L Z DD 275
A AELHES R, RS — 7 2 =TT L, RIS S e T LV 1%L0F
DF7e/ N T 2 MZOWTHET 5, Y — R — 7 v —0F7 — % Offiss
MULERGET, VoW —ECk ¥ Yy BTV =2 —F o —COMIFT&1T 9, 2BKR
BB « i ANE D 2 ©— b0 KRB e 7 AEIEZARIZE LI @R Comi
WEE ) — RO — 7 o —TIEREE R 72D, AR E Ly, ety
A7ZONTEIANI T ba—F—TRHRIHTEELDICEH L UTHRET DN, N T
Fa—T7 —THRHETER»o7=b OB L TIiEdE Ly, 72 ErifEkicmz, Fid
DRI AT ITB I 2,

B4 position (hg38) HGVS. ¢

CLCNS chrX:50072478 c. 106-11T>G (NM_000084. 5)
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_000267. 3)
NF1 chr17:31122754 c. 60+27385T>A (N\M_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 (NM_000267. 3)
NF1 chr17:31160230 c. 288+1137C>T (NM_000267. 3)
NF1 chr17:31160232 c. 288+1139T>A (N\M_000267. 3)
NF1 chr17:31161118 c. 288+2025T>G (NM_000267. 3)
NF1 chr17:31161181 c. 289-2005T>G (NM_000267. 3)
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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 (N\M_000267. 3)
NF1 chr17:31181407-31181408 c. 587-15_587-14delTT (\M_000267. 3)
NF1 chr17:31181408 c. 587-14T>A (N\M_000267. 3)
NF1 chr17:31181410 c. 587-12T>A (N\M_000267. 3)
NF1 chr17:31182494 c. 731-14T>G (N\M_000267. 3)
NF1 chr17:31183316 c. 888+651T>A (N\M_000267. 3)
NF1 chr17:31183409 c. 888+744A>G (NM_000267. 3)
NF1 chr17:31183454 c. 888+789A>G (N\M_000267. 3)
NF1 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 (N\M_000267. 3)
NF1 chr17:31200708 c. 1062+113A>G (N\M_000267. 3)
NF1 chr17:31201023 c. 1063-14T>A (N\M_000267. 3)
NF1 chr17:31202692 c. 1260+1207T>G (N\M_000267. 3)
NF1 chr17:31203089 c. 1260+1604A>G (N\M_000267. 3)
NF1 chr17:31206219 c. 1261-21T>G (N\M_000267. 3)
NF1 chr17:31206221 c. 1261-19G>A (N\M_000267. 3)
NF1 chr17:31206227 c. 1261-13T>A (N\M_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 (N\M_000267. 3)
NF1 chr17:31213928 c. 1393-523A>T (N\M_000267. 3)
NF1 chr17:31214597-31214599 c. 1527+12_1527+14delTTT (\M_000267. 3)
NF1 chr17:31215260 c. 1527+675C>T (N\M_000267. 3)
NF1 chr17:31215744 c. 1527+1159C>T (N\M_000267. 3)
NF1 chr17:31215750 c. 1527+1165T>A (NM_000267. 3)
NF1 chr17:31215752 c. 1527+1167C>G (NM_000267. 3)
NF1 chr17:31215772 c. 1527+1187C>G (NM_000267. 3)
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NF1 chr17:31215790 c. 1527+1205T>G (NM_000267. 3)

NF1 chr17:31221401 c. 1642-449A>G (N\M_000267. 3)

NF1 chr17:31222471 c. 1721+542A>G (N\M_000267. 3)

NF1 chrl7:31223418 c. 1722-26T>G (\M_000267. 3)

NF1 chr17:31223420 c. 1722-24A>G (N\M_000267. 3)

NF1 chr17:31223424-31223427 c. 1722-20_1722-17de1TGAA (NM_000267. 3)
NF1 chrl7:31223433 c. 1722-11T>G (\M_000267. 3)

NF1 chr17:31226421 c. 2002-14C>G (N\M_000267. 3)

NF1 chr17:31227205 c. 2252-13T>A (NM_000267. 3)

NF1 chr17:31227207 c. 2252-11T>G (N\M_000267. 3)

NF1 chr17:31229007 c. 2410-18C>G (N\M_000267. 3)

NF1 chr17:31229009 c. 2410-16A>G (N\M_000267. 3)

NF1 chr17:31229010 c. 2410-15A>G (N\M_000267. 3)

NF1 chr17:31229011 c. 2410-14A>G (N\M_000267. 3)

NF1 chrl7:31229012 c. 2410-13A>G (N\M_000267. 3)

NF1 chr17:31229013 c. 2410-12T>G (N\M_000267. 3)

NF1 chr17:31229821-31229822 c. 2851-14_2851-13insA (N\M_000267. 3)
NF1 chr17:31230249 c. 2991-11T>G (N\M_000267. 3)

NF1 chr17:31231743 c. 3198-330A>G (N\M_000267. 3)

NF1 chr17:31231759 c. 3198-314G>A (N\M_000267. 3)

NF1 chr17:31235905 c. 3871-13T>A (N\M_000267. 3)

NF1 chr17:31236281 c. 3974+260T>G (\M_000267. 3)

NF1 chr17:31246346 c. 3975-2638T>G (NM_000267. 3)

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

NF1 chr17:31250056 c. 4110+937C>G (\M_000267. 3)

NF1 chr17:31250064 c. 4110+945A>G (\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)

NF1 chr17:31251543 c. 4110+2424A>G (N\M_000267. 3)

NF1 chr17:31252550-31252551 c. 4110+3431_4110+3432insG (N\M_000267. 3)
NF1 chr17:31253285 c. 4110+4166A>G (N\M_000267. 3)

NF1 chr17:31254859 c. 4111-3485T>G (NM_000267. 3)

NF1 chr17:31257665 c. 4111-679G>A (N\M_000267. 3)

NF1 chr17:31261690 c. 4515-21T>G (\M_000267. 3)

NF1 chr17:31261691-31261693 c. 4515-20_4515-18de1AAG (N\M_000267. 3)
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NF1 chr17:31261692 c. 4515-19A>G (NM_000267. 3)

NF1 chr17:31261696-31261698 c. 4515-15_4515-13de1GTT (N\M_000267. 3)

NF1 chrl7:31261697 c. 4515-14T>G (N\M_000267. 3)

NF1 chr17:31314393 c. 4773-11427A>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 chr17:31329933 c. 5547-363T>G (N\M_000267. 3)

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

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

NF1 chr17:31333660-31333675 c. 5750-1178_5750—
1163de1AAGCCATTGAAAAATG (NM_000267. 3)

NF1 chr17:31333675 c. 5750-1163G>T (NM_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 c. 5750-279_5750-278del1AT (NM_000267. 3)

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

NF1 chr17:31336619 c. 6085-16T>G (N\M_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 (\M_000267. 3)

NF1 chr17:31337613 c. 6579+31T>G (N\M_000267. 3)

NF1 chr17:31338008 c. 6642-17G>A (N\M_000267. 3)

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

NF1 chr17:31348352 c. T127-768G>T (\M_000267. 3)

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

NF1 chr17:31349108 c. 7127-12T>A (NM_000267. 3)

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

NF1 chr17:31357245-31357250 c. 7807-24_7807-
19de1GTTTACinsTTTTAG (NM_000267. 3)

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

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

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

NF1 chr17:31358647 c. 8050+25A>T (N\M_000267. 3)
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NF1 chr17:31358708 c. 8050+86A>G (NM_000267. 3)

NF1 chr17:31358713-31358714 c. 8050+91_8050+92insTAT (NM_000267. 3)
NF1 chr17:31358714 c. 8050+92G>T (N\M_000267. 3)

OCRL chrX:129540730 c. 40-14A>G (NM_000276. 4)

OCRL chrX:129553302 c. 239-4023A>G (N\M_000276. 4)

OCRL chrX:129562373 c. 940-11G>A (N\M_000276. 4)

PHEX chrX:22058360 c. 349+11149A>T (NM_000444. 6)

PHEX chrX:22095367 c. 849+1268G>T (N\M_000444. 6)

PHEX chrX:22172386 c. 1482+3997G>A (N\M_000444. 6)

PHEX chrX:22203628 c. 1646-9276T>G (NM_000444. 6)

PHEX chrX:22219020 c. 1701-16T>A (N\M_000444. 6)

PHEX chrX: 22246606 c. 2147+1197A>G (N\M_000444. 6)

PHEX chrX:22248184 c. #231A>G (N\M_000444. 6)

PTHIR chr3:46898353-46898355 c. 544-25_544-23de1CTG (N\M_000316. 3)
PTHIR chr3:46901114 c. 1049+29C>T (NM_000316. 3)

(1) ®EFE

MEAHEUL L7257 A DNA 23D, YT HMAEXGBE FOAESE=2— R
T VL 2DA v bn BRI GENA TV F A= a D WIEEERN
Hg &% (polymerase chain reaction ik, PCRIEEWE) (ZX VIEHE L, Wi —7
YHh—=HH0NEF X BTV == UY=L L DR TESIRE TV, RS
AR T D72 AT < B = — NIk 38T 2 IR BUEE O AL Eb O f 4 f
Do JRAIMIE DB DZIF ANV E T 50, RLEHGRWIGEITRE I DNA 5217
Ab, ZOGEITEc2OFEFNZEI VKT b0 LT 5,

(2) EMEROHEEE
EEMICHN SN TNDE M7 5 Y 77 Lo RS O R | (RHBIHE AL R
DHBEEHET D,

() EREBICRIWMEEITI I L LT HREMOHHA
FRIC7 L, AREIREMEZET 2 b0 TEHY EHA,

(4) RECETDOIEK
BRDAFTIC B2 A D 60 3 H LA,
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(5)

(6)

(M)

(8)

(9)

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A

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

i QUNEA ST
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,

BRAEDRIEEEM:
PRIMAR T, BT E T2 A R E D,

(10) MDA

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, RGAIORIM S ), FEEHOBRICEET D Z Lz2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

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

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

- LT HMAHE (EEAL, REa— RES. BRI

- RIS

s A KT A 2 MFORETR

- TR A S E R

(12) BRiEZ ERAEEE 5 SR AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
FEEHOEHAEEZFHI &5,
TR BIEEZM TR 22O T, EFREEICIT o mEREz ey,

8/9



(13) HREB/HHE
7L

(149) REDORBH LiAZ, BRWELE
NEAENEANNT S DNAWFZERT  BinFiA=s (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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