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HETBE R

No. BETNA Ver. | (EHIBHAEE | {ERGE AR
1| B ERL 1 2018/11/5 | MUINE— | #& T7&
2 | AAERE 2 2018/12/14 | MO)INE— | #& TA&
3| WERE OB IE Gl R OB k) 3 2019/4/1 | MINE— | SRER
4 | NF1, SLC34A1 3810 4 2020/2/1 | MJINE— | KRB
5 | Bz TOEE 5 2020/4/1 | M)INE— | KRB
6 | —HBEEEEM 6 2021/5/19 | MUINE— | SRE%
7| —EBEEEGEM 7 2021/6/30 | MIE— | SRE%
8 | HFALHE 8 2022/4/1 | M)INE— | KRB
9 | Intron fEEIEN 9 2022/8/25 | MIE— | SREX
10 | SEBGEN 10 | 2022/11/24 | fJIE— | SRES
11| QD BAEKEEOGTEEE DA E 11 2023/4/1 *OTHE | REX
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BREEE : [ BEHEY CmEELS 398 |

BREA [ BEEEY ViIVEEL 2RBETFRE ]

iR

EAGPER Y v fErE< BRIE. BRI ICBIT Y U HRINOREICE Y, RY
WAL, MY VIRENMETT2HEICL VL DIF2 & RETH D, EintksIE
BARPEIC T D, AIEIE S B, BB JOVERIC X 0 FREHORBICEI N
%o BT, BRHESEARIAHETEIN 7 23 (FGF23: Fibroblast growth factor 23) 723 U L FllJR
AT D ERFE LCHRESH, FGF23 @ BRI X %< A9% 4% FGF23 BIEK U o e
PES B[ E HIES, EAN T T AEZEDRVRY U ETBREC bR Z 0 5
ZRED R U PRI, KA DI X D IRMERSERE e X TA LD,

RREIZRBBRAE (X 2 D KFEEL 25/ BEILIE) UAAOEBETFTHD
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 AELHE RS — 7 2 =TT L, RIS S e T LV 1%B0F
DF7e/ N T 2 MZOWTHET 5, Y — R — 7 v —0F7 — % Offiss
MBI AETE, Yo T —EC XX ¥ ET Y = — 7 o —TOM %175, 7wEBK
BB « i ANE D 2 ©— bR B2 7 AREEZAGICE LI T ot
WEEHY — FRIORMR S — 7 o —TIIREE 720, g s Ly, (Kt
A7ZONTEIANI T ba—F—TRHRIHTEELDICEH L UTHRET DN, N T
Fa—F—TRIHTE RN b OB L TS Ly, £z EsEskicmz, Fid
DRI AT ITB I 2,

B4 position (hg38) HGVS. ¢

NF1 chr17:31095037 c. —273A>C (NM_000267. 3)

NF1 chr17:31095038 c. —272G>A (NM_000267. 3)

NF1 chr17:31148497 c. 61-7486G>T (N\M_000267. 3)

NF1 chr17:31158991 c. 205-19T>A (N\M_000267. 3)

NF1 chr17:31160230 c. 288+1137C>T (NM_000267. 3)

NF1 chr17:31161118 c. 288+2025T>G (NM_000267. 3)

NF1 chr17:31181407 c. 587-15_587-14del1TT (NM_000267. 3)
NF1 chr17:31181408 c. 587-14T>A (N\M_000267. 3)

NF1 chr17:31181410 c. 587-12_587-10del1TGTinsGGG (NM_000267. 3)
NF1 chr17:31182494 c. 731-14T>G (\M_000267. 3)

NF1 chr17:31183316 c. 888+651T>A (NM_000267. 3)
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NF1 chr17:31183409 c. 888+744A>G (NM_000267. 3)

NF1 chr17:31183454 c. 888+789A>G (N\M_000267. 3)

NF1 chr17:31200401 c. 889-21C>A (N\M_000267. 3)

NF1 chr17:31200410 c. 889-12T>A (NM_000267. 3)

NF1 chr17:31200708 c. 1062+113A>G (NM_000267. 3)

NF1 chr17:31201023 c. 1063-14T>A (NM_000267. 3)

NF1 chr17:31203089 c. 1260+1604A>G (N\M_000267. 3)

NF1 chr17:31206219 c. 1261-21T>G (\M_000267. 3)

NF1 chr17:31206221 c. 1261-19G>A (NM_000267. 3)

NF1 chr17:31206227 c. 1261-13T>A (N\M_000267. 3)

NF1 chr17:31207125 c. 1392+754T>G (\M_001042492. 3)

NF1 chrl17:31212896 c. 1393-1555C>G (N\M_000267. 3)

NF1 chrl17:31213859 c. 1393-592A>G (N\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 (N\M_000267. 3)

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

NF1 chrl17:31222471 c. 1721+542A>G (N\M_000267. 3)

NF1 chr17:31223418 c. 1722-26T>C (N\M_000267. 3)

NF1 chr17:31223424- c. 1722-20_1722-17de1TGAA (NM_000267. 3)
31223427

NF1 chr17:31223433 c. 1722-11T>A (\M_000267. 3)

NF1 chr17:31226421 c. 2002-14C>G (NM_000267. 3)

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

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

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

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

NF1 chr17:31229013 c. 2410-12_2410-9delTTTT (N\M_000267. 3)

NF1 chr17:31229821 c. 2851-14_2851-13insA (N\M_000267. 3)

NF1 chr17:31230249 c.2991-11delT (N\M_000267. 3)

NF1 chr17:31231759 c. 3198-314G>A (NM_000267. 3)
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NF1 chr17:31235905 c. 3871-13T>A (NM_000267. 3)

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

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

NF1 chr17:31250064 c. 4110+945A>G (NM_000267. 3)

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

NF1 chr17:31253278 c. 4173+278A>G (NM_001042492. 3)

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

NF1 chrl7:31261691- c. 4515-20_4515-18de1AAG (N\M_000267. 3)
31261693

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

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

NF1 chr17:31337357 c. 6365-11T>G (\M_000267. 3)

NF1 chr17:31337600 c. 6579+18A>G (\M_000267. 3)

NF1 chr17:31337608 c. 6579+26C>G (N\M_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. T127-12T>A (N\M_000267. 3)

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

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

NF1 chr17:31352430 c. 7615+16T>G (\M_001042492. 3)

NF1 chr17:31357245 c. 7807-24_7807~

19de1GTTTACinsTTTTAG (NM_000267. 3)
NF1 chr17:31358159 c. 7908-321C>G (N\M_000267. 3)
NF1 chr17:31358463 c. 7908-17C>G (NM_000267. 3)
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NF1 chr17:31358647 c. 8050+25A>T (NM_000267. 3)

PHEX chrX:22058360 c. 349+11149A>T (N\M_000444. 6)

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

PHEX chrX:22172386 c. 1482+3997G>A (NM_000444. 6)

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

PHEX chrX:22219020 c. 1701-16T>A (NM_000444. 6)

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

PTHIR chr3:46901114 c. 1049+29C>T (\M_000316. 3)

SLC34A3 chr9:137233961- c. 925+20_926-48de1101 (NM_080877. 2)
137234061

SLC3443 chr9:137234317- c. 1093+41_1094-15de185 (N\M_080877. 2)
137234401

CLCNS chrX:50072478 c. 106-11T>G (NM_000084. 5)

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)

(1) REHIE

MEA BB LIS 7 S5 DNA 2D 24T DA RBIEFOTAESE=—F
=y Y e 2DA v br R EANA T E A= 3 D WD IEEEE
Hi#15E (polymerase chain reaction #, PCRIELME) ([ZX D HMEL., kR —7
V=B N0NEIF TV — = I L BB TEYIREZITV, RAXS
AR D72 A < B 22— Rk 2 IR BUERE O RS E(L O f 4 R
%o JRAIMERDOHDZIF AN E T 20, R a2 G2 WIGEITHE S/ DNA § 5217
AL, ZOEEIEE 2 OFEFIC LV BT LB D LT 5,

(2) E¥EMEKOH ERELE
EREIICHW SN TWD e R AU 77 Lo ARSI E O G | AR B B
DOHEEHET D,

(3) EFEMEICREMELITIZ LT HAREEDOEHA
BRIZ72 L, AREIIBREMNZET 20 TIEH Y TH A,

(4) REBECETDIHEK
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(5)

(6)

(M)

(8)

(9)

FRARDIAFZ BN TZ A 726 60 3 A LA,

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

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

i QUNPEA ST
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) #RAEDRH M

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, RGAIORIMS ), FEEHORRICEET DL 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 (EEA, Ao — RES. BRI

- RIS

s A KT A 2 MFORETR

- FEOREREA S E R

(12) BRfEZ ERAEEE 5> O AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
FEEHOEAEEZFAI &5,
TR BIEZM TR 22O T, EFREEICIT o mEEzied,
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(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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