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BESITHESHND. TU T EBRNBRKE. FiCatypical
gene GEERELT) ZE 9 2BG1F 7Oy I REIFREIMETL.
HIFIRIRREN S CEIET 2EEDHNSD, —7.BChEEM4D
BlITNEDHERENERIFD . BERIEXIE O ILGVEHRFU
TAERANBESNBLTECRD.,

2) 7Y I\1 I —%%(AD)&EE DR

ADDBEREELT, AUV IRTS—ERERNFERAIND
A CNUFADDERFRERE L TERBFICHT D7 F )LV
VOEMETHEZISNTWVBEH T E>TAChEZEET D
ZETPEFIVAVYDEREZSS. MR OKEZSH 2D
DTHBD HSVIZV (V=LY PRIV (FPUETRY)
([FAChEDREEEI THEN UNAFIZ (A 7=0OV% U/NR
FvF®) [FAChECBChEDT S (CIEA T DBEERITH 2. BIR
(RBChERREZG 7 F )L UV EENSE. 704/ RD
EEZIGI T 2ERNREIN/cfeH . BChERER DB 4L
BHEIFIN R OEEIDREF. BBRNE TP TH B,

3) BEif-A VY AU VTitik-9 1 Ty b EDRIR
TUVUYVIEBHZERIBL. AEEE A AU VMt Z (2 E S DIk
IWEYTHZH MEPDT LU YHBChEICK>THIES M.
BROAEENCRVMERZEIDIENDD O TE LR
E.FAITvMMEDOBRIEFUNDVRRERELTEFLLIRWVE
JRZSIETRIT. CNEHOU—REICRINLTT LT LU
AMPCBINTBETECTVBDEDEEZSNTVD, 2T
T 7T VIV ENKD RS BBER CHBBCHEELFZ2S
A TYPFERRENYDRICBALEC S BCHEDFRTIE
(CHV.MPO7 VLT VU YRERMETL. AOU—HIRRICK

27 VUV OERZIHIL. BYEREHAHE. )L I—-XHD
ERMZERLTDENDNofc. U ENS. ERDIEE CTH.
HOYU—HIREBChEDRRICL>THELEFRRNRBHDIER
LD EHTNSY,

BChEDIEFKIZEE L THAETE.
R EEH (R2)

K2 MEBChEFMD LR -ETDRRE

EEET EELES

BETFER SR (EEET.

BEFER ST

BEE  sumroznt) (EATOE. EMEROZ L)
P (R FRZ) DB -
SR R R BEES. REE. L LR

BRI RE LA, (3

EREFD

BHY A (BE BRRALL)
D E (B W OSRKT)
YUz (F0; 1995F 0T
YU EH) DU AEENEE (1
ERWENRE FRFIIVSRFTIVRE;, NThTOCRHA
EEHENDECHEREZEDR
BELLTOUAINS FFIZD
> {EEIE S ) — £ B ICChE(R
) IAAA B AR

1) ETOERA
@ FHE@TOEEEET

BChE(SAHE CIESNZDMPHREIAN 7L TV KFE<
(BChEIX10B. 7ZILT7=VIF208) . FIEETRETE D1
& EHGHBEEDHBFERE U CTHHEEREICIDAESN TV
2, FFEEREEGRBENR T I IBEFEECETELEDIC
BT T2, I35 EETHBDIFEBChEE AR,

ftBIC RBARICK D7/ BIREDMEIRNE. RHTTERE
([CXBDEZZONDIBURLE. DAEE. B2 PARED
BEERTOEEMET I 2. P AICBVTIF EITHATIE
TOREEFEL B B _EEBRES BIXIAR - Bl F=5RE6-0R5R
WREDNATIFFEARPERICHTDRIGESBEHELT
B FHFAV—ND—EULTCOERDRSINTVD,
@ BRYUPE (REDS) IOV VIRTS—EHEERE

B hEEe(CREDIES THY EBChEIMEZEY S
BHTERBERTH D, BRZENEUCREDIRA. REA
MPDEHBREN DD, TUVPVXIFBEZ(LFEIEITHEL
TEBRUVEIT N RY UV SHDOREBFFINEEKI >
thEs(CkEoTe.

PRIFEG CRESNIZ7Z EFI)LIUVIE AChEDIEARTO
UV ERBRIORPD - KBNS AU VEIFAChEZ
FEE T 2T EFIVIUYD DB NI R, ER
B% . EALDIEREDERDEIRL. EERGGIFIEICES.
AU VEIFBChEEMBIEE T et MIEChE/EMZIERE
IR TEYPEDEERZBENICHDIENTEDDIF
THD.

JUVIRTS—ERBFNEEELVCERERDDIE E

23



24

BERKRRE

AEFNEEIIE HHREE TH Do Ko 7 ILYN\A N —IRIFE DR
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BChEDETLHMEEICLDEE ELMEBChEMAEF. B
EFECHBIFIBRVEEDNTVEN BB TR CH DI F
YRR E TR EBRRRZIBTREEIF DD BRRIRE T —
S TIE AMDORBIEBICES(FR<BChEEMDIHMEEZRI
EPDIRLIZW FEBIF IR T Do

K3 EMHE T ZSITECTRAEERSNBBCHEEL FEE

4delCAT CATCAT- CAT del (Ile)
34 6delT ATT-TT frameshift
40 KI2R AAA-AGA Lys-Arg
43 GI5G GGG-GGC Gly-Gly
48 20delVFGGTVT
52 T24M ACG-ATG Thr-Met
56 F28l TTT-ATT Phe-lle
6l Y33C TAT-TGT Tyr-Cys
62 A34V GCA-GTA Ala-Val
65 P37S CCT=TCT Pro-Ser
98 D70H GAT-CAT Asp-His
98 D70G (atypical) GAT-GGT Asp-Gly
103 G75R GGC-CGC Gly-Arg
|16 L.88H
|18 E90D GAA-GAC Glu-Asp
|24 N96Y AAT-TAT Asn-Tyr
127 199M ATT-ATG lle-Met
128 P100S CCA-TCA Pro-Ser
134 106insA AAT-AAAT frameshift
143 GI15D GGT-GAT Gly-Asp
145 | 17delTinsAG GGT-GGAG frameshift
147 Q19X CAA-TAA GIn-Stop
153 L125F TTA-TTT Leu-Phe
154 His126fs CAT-T frameshift
156 Y128C TAT-TGT Tyr-Cys
168 I140del
170 VI42M(H variant)  GTG-ATG Val-Met
184 L156S TTG-TCG Leu-Ser
198 DI70E GAT-GAG Asp-Glu
200 Ql72X CAG-TAG GIn-Stop
205 WI77C
209 NI8IT AAT-ACT Asn-Thr
212 Al184V (SC) GCC-GTC Ala-Val
222 L194H
226 S198G AGT-GGT Ser-Gly
227 Al99V GCA-GTA Ala-Val
229 A201T GCA-ACA Ala-Thr
231 S203P TCA-CCA Ser-Pro
232 V204D GTT-GAT Val-Asp
271 T243M (F-1) ACG-ATG Thr-Met
276 K248X
278 T250P ACT-CCT Thr=Pro
283 E255D GAG-GAC Glu-Asp
295 K267R AAA-AGA Lys-Arg
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DO EFEAZESNEWV e BADRBEZELEICT —
IR TONIEIRREICK D LR PR MEFChEMEN DN D,
-RT7O—PIERE: EEHOGARKICHV (BChERD FERN
3AREREVEHBEGICEKRULEWV) FFE COEHGRTUE
1REICKUBChESEZRT o
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E271X GAA-TAA Glu-Stop
322 V294M GTG-ATG Val-Met
335 L307P CTT-CCT Leu-Pro
339 Q311X CAA-TAA Gln-Stop
343 315insA ACC-AACC frameshift
343 T315S ACC-TCC Thr-Ser
356 A328D GCT-GAT Ala-Asp
358 L3301 TTA-ATA Leu-lle
361 G333C GGT-TGT Gly-Cys
373 1345T ATA-ACA lle-Thr
378 E350X GAA-TAA Glu-Stop
383 355insALU Alu insertion frameshift
387 Pro359fs CCA-TCCA frameshift
393 G365R GGA-AGA Gly-Arg
393 G365R GGA-CGA Gly-Arg
414 R386C CGT-TGT Arg-Cys
418 G390V (F-2) GGT-GTT Gly-Val
421 V393A GTT-GCT Val-Ala
428 C400X TGC-TGA Cys-Stop
446 F418S TC-TCIC Phe-Ser
452 R424X CGA-TGA Arg-Stop
453 S425P TCC-0CT Ser-Pro
460 E432X GAA-TAA Glu-Stop
462 M434| ATG-ATT Met-lle
462 431insT ATG-ATTG frameshift
463 G435R GGA-AGA Gly-Arg
467 G439S GGC-AGC Gly-Ser
469 E441Q
474 F446V TTT-GTT Phe-Val
476 Leud48fs TTA-TTTA frameshift
479 E451X GAA-TAA Glu-Stop
488 E460K GAG-AAG Glu-Lys
493 R465X AGA-TGA Arg-Stop
498 R470W CGG-TGG Arg-Trp
499 W47IR TGG-CGG Trp-Arg
502 F474L TTT-CTT Trp-Arg
3 518 W490R TGG-CGG Trp-Arg
525  E497V (J variant) GAA-GTA Glu-Val
528 Y500X TAT-TAA Tyr-Stop
543 R515C CGT-TGT Arg-Cys
546 Q518L CAA-CTA GIn-Leu
4 567  Ab39T (K variant)  GCA-ACA Ala-Thr
intron 2 IVS2-8G T-G Altered splicing
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T4 T HhA ViR (Atypical type, ABY) »T)LA A RiffPEEY
(Fluoride resistance gene, FE)) ZH 9 2155, HstHERID
DENEUEN BEMEITRORKRREEL THREIEIEE T
BICEEESINEY > TRUEK TIFBChEE M AIE FE B3 1T
FIREE L TAIB DI ON T EEDE M TR<BASA]
THDIUEFRID LB DWVIET « ThHA VIHED RSN T
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19904 AN SBChEDBELFRIENHSN TR PCREL
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VTSNS TER AR RERICKI70EBD 7 =
JBDTZINSFVEBNSTUY V(B FRIF243BEH K
U390BFBDT7 = /BERCTHDZENHBLIC AFBTH. &
TBChEZEDELFEM D RENCD BETIFAR (S
BENTHES5T  SBNKEDZL. Bk EFRFDHAANE
DFRAFEREFET 2 (L3301) ™7, FK3(TIF HGMD 78 (81)
Mutations (2020.4) cDNA sequence : NM_000055.4
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SEEHINTLBNHCMDIZIRWBDIF N ZIBZ RN DIcfesh
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36507/ T U UNST ILFZVICEE) DERMK/N
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5. KNUZ VM FRTIEN SIS BUR TIEZ D7 UIVICA
RZRNFEEL BARTIEGI65REENEFNICBDEZERT
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DIREEOFBNIUNELZZSND,
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REEREDE T UIZADDR TIFAChEDME U, BChEAEND
U S —J(CBBLTVDEVD, P RUREBEDBEGFDT
DCTHDHAPOE-c4[FADDREHEERETHEREFEINT
WBH BCHE-K/INUT >V NEAPOE-e4 L BFMR TADD B
MZzZHTHY'Y BCHEDNEKRIFDZED BEIHRLTLDED
WENHD,

4) BIEFREDEREREE

AR TNDORRERDBCHEEB L FREEDREERGHIE.
BChESEHENFIFEOISEVE DD, ARG R<HELEE
[CEXEHITBRVNEVNSHIREGDEC. BHICHETRETH D,
O COBLFRAEICS O TREDRERZRSNCT DI LEET
BECH BN BRRNICIFHETRV B LEERD B DHDEL
TEADELEHEELU CIEFI NIERIBEFEDR.

— A ANATOEESEOMBEBChEEE(F. Bita— MR EMDELE
FHEDO MRZFHBELTH T 2z BChERMEEL THH#
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%, CENE . BChEFMENFEALECODRIBREREGHNR
HENEEEIL. ZORRTH DI LZRHIT 2D\ B FRE
CTRAEBLGFZHSNDICU L CRABRRZITRV.BEAB K
UXEERDBRFANEZEHRIDDNENEEZZ D, I—
Ow/\Tl& BT DOBIEMEEITIRD/\A UXTEEL T, HI8T
UeBR CESH—RD B EINDYRT AICIEOTVS',

BLFEI TR Z<IFRERDNNSBRE - BADRRARD
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ONBBICE OV T PCRIREDNUELRD. AUBCTIDIEA
DHOIIEBIDEEMT TIF PCREMN FRKI B RS, 1BIEZNE
PRARHEL D5 BDENS. HHPEHRUICK DA RY
PRIV ENGOEDTIEFRINERTH D',

FICBRANCZWVWERIF.G365R (T L/hY) &L3301(H
KAADFE) THB, ZNS5ZEVIRA VR TRANSD . HULIF
BCDITIVEY—TVRATB.30DIKEVDEEZHBT

BEEARRETCAEYT 2 M/FERORIEE

BG365ZE (S, HIREZRD TaqlDUIRIEBAI N ELDZEND.
PCR-RFLP (restriction fragment length polymorphism;#
PREZESRITH R [CROTEBICHENTTRETH D BRPRIIIC
WATIFRL  BCHEIZRBE Y Y — TR SN TLIRW 2.
BRI CER T 2N\ EERIEERICIKR T 2 &I Do,

5) KRIROEFE

MEBChEEMEN RS TEL EBLHERDRERESANEE
DNBEFIDBN SNIBEE . F T [EHEDEBChEMEDREA
ZBRNT B, T35 HRELEEICER FESREDRER
RN EZMHERT 5. COBR ME7 LTV »IVAT0—
IWIREDRBERBROSE(L3D, IUVIRT S—EHESBEIDE
AREICHAERT D, TRETHNETRRARBOENTHS (K1),
BReASM (EHED SEHEN) OBETHENZESTCH. %
ERRICATOEGH (MEBChEF MO EAEEH NRER
)R DONB. NETHEIBEREDFTFIEN 5D LT BICHINE
BaA (EHEREE0) M WVBTEN S D MERG AT B,
NTOEGEIEEZRETOREERBICIRT DI LIk
JeEBUTH D BLFHETOBR (K2, 3) . G365REK/NUT
YEPREENZBE LT ORE THRIETTICIRS I Do

TV 2,.ORV365ICGGA (T UV V) HSCGA (7
IWFEZNNDZRACVAZEMBHINEUC. CDE
£F. BAEANDU AUV VNIZRELCRDZEVDDTT
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Ffe. IOV 4, ARVE39ICGCA (PS5 =Y) h'BACA
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FUle. COBEGTFZBRICKD. JUVIRTS—EDE
ENRIZ0%IE TUE T . HEANICHIF2ELFEEIFHY
18% T,

1 2 Taql ¥/ (TCGA) 339 bp
I . b
TTTGGAAAG IEEE (Gly) KK
S |2 380 U/L TTTCG LEE (Arg) 184bp l 155 bp
FiwE bkl 365
. BCHE £49%)>2

NN

220U/L  160U/L 180 U/L

BChEE#E&HFH : 200~470 U/L
OBt O: &k

RE ATO EE
EAK EE54K

"E ATO IEE
— — 339bp

_ 184bp
- 155bp

1 KRR EBChEE M
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xR EEE ZER REESK
140 150 140 150
AGTGAGTTTGGAAAGGAATEE L6 T G AGT & GTTTTCL AL LG G LAET CC
‘ :II~/365 ak>365
GGA (Gly) > CGA (Arg)

33 DNA BREEIIFETER(TIVY 2)
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