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(Studies on hereditary folate malabsorption in Japanese patients)

[F&E & BHEY)] BRI AR SSE (hereditary folate malabsorption; HFM) |ZEE[2
DHGEMR proton—coupled folate transporter (PCFT) % =t— K425 SLC4641 DIEFETE S
TS BATHEEIN T D R REARRIEDO —FETH Y, WAL HEIEMEERTH S, HE
F TIZ 35 525% 25 FiEO HAM JFUNBIR A BARE SN TV AR, 1ZE A EIFIEEEITH
D, BIEIZIEFICHCTH D, ENTITYF TO SLCL6A1 B+ DFEMTHE R HE-S < HIM 2
W B OIEFIHRE S 1 BIOHRTH S . [RAERFID PCFT FBL, & ORERERENT & 2 D% OFTHL
HRM JB38 3 4 OFEFT 21T\, BB T ERORE EHEMIT 2175 2 L2 B0 E Lz,
[%74:) ENOHMBERRD 4 BEEZHRE LT, WL EARATH-7-. (HBE1) &
W, A% 3 0 H RIS FRgEmk & AR BRI IR RSB L, &, v MED, K~
T U UMIERH Y, MG TR E R R o 7. BHRAE CERFEREE LS D,
Za—FVAF AR EZEPEL Tz, HIM 3% folinic acid OFETIELR, ik
HFFRE bUE L. (BE2) LB, A% 3 AEICENEME, REREN NI LZ.
2, MDY, &F o~ a7 ) CHENS Y, M SRR E R R TS o 7
B CEARFEERIER M2 S 0, HIM 238 7=, Folinic acid O#E & NARZ O L,
SR, MEMRAEN R E bekE L. (BF3) B, B35 4 B CHA LR, Mgk
HTMERRDRE I DN oT-. A% 20 AZBET, Wik, MIEE, PRALE, K
HEIMARH Y, NEEFEREARLL, N LMERERL 7. FLnERED KT~
ra7 Y U ESH Y, MIEERE TR EKRERGETS - /2. BHRE CERFERER M2 H
D, HPM %235 % folic acid & §EH G- L, PLMEREA 138 L= B3 OVE AR H Mz X
L EEEVEMER AR RN B L, AN TRFREENF . TO%ITRESEL, folicacid i
WE L7, DLEOBFE 1, 2, 3 IIRFIRMICEER AR 5% R, BENIEFL L.
(FBF 4) R, ERERICRR e L. A% 8 A TR & T WIARIENHEL LT,
BEZMH Y, MIEEREITRERE ARG 7208, B o~ 27 a7 Y o fifEse M
PrxH NI T2, BRI CEIRFEERMEZ M7Z - 72, HRM 2%, folic acid &0
WENMEE 72, ifide, BIMIXEE L72AS, MfAa03@AMEN L, BEEERE i e
JESE R TZ ~ 7. = Z T folinic acid DFEANRICYI D X 72 & 2 4, BEIKIERRIEE ) |
DVIED, FTONAFEENIEE Y, RFHREFORENL LN,

(7)1, 2, 3, 4128 NT SLC4641 @ DNA =2 cDNA L~L D& m T 24772 > 7=
T EREWAE U AERIZE L TE, FOBINEAORECHIEIC G2 DA K
V7 R =T TPRILE. BERNEABIUCKIZTTHEOFMICE LT, £LRED
FHLR T B — % ER L, HeLa flIC &S SR L B AR D~ — B —Td 5 pEGFP X7 & —
EHEAL, U AZ 7 vy METPCRT BELZ AT, & DKL BNERIEERRIC S
ZHEBIZOWTL, WA SN TWET A Y b—7% ¥, Hela [CHE KL
HANREDO~—H—"Td 5 CD20 FHAR Y ¥ — % HE A L, MTX-FITC % PCFT 45 {5 BB
TTHERVAEFETOHOMEEZEIL L, B EAMIZI T 5 MTX-FITC BGEMR O 3%
fENT 25 Z & TRl 21T 72,

(5] B3 1 O SLC4641 O DNA L)L DIBIEFFENT T, BH L RHCA~T v O LE
(c.566G > T, p.G189V) DHEZRDT-. X HIT cDNA LIV DR BTl -1 L = A, B



1 LRUIZBNT, =XV 3DBAICA L Fr 3D 168bp BIFAINTNS Z LAVRE
Nz, ZoEARIIC I > T, FDOEP T premature termination 2345 U TUuV7=
(p. G389Afs*20) . fH AFBALATITD DNA o — 2 = > AFEHTIZ L - THABLHI D 37 5D
c. 1166-285T > G DIEILEH/NRQ L BE 1 OB TH LI, ZHUTFEAES ZE -2 na s b
1 —/L 50 NOFENT CTIZRO RN o To. AT T A ARE =TT DY 7 bo = TN DI,
ZOERIT L - T, BEHEIROEZ O RESIN splice donor site (2 LT 5 AIREMEMN
BEDLENRBEINTE. TOARAT T A ABREIZOWNWT S BIZFEMIZHNT I 5 729012,
ANEHNDORIENET 2 T T A ~—EHADIRNWVEIOREHEIET 5774 ~—%H T
RT-PCR Z 1T\, HEHEEY) OB AL F-FENT 21T 72 o T2 & 2 A, 168 bp OFFARLSIMN B 5 55
WNIRX DT LILOBZNHHFK L, 168 bp O AESID /2 WG PEM ITRED T LIV D BN
T2 LE. 202 &%, ¢ 1166-285T > G A3 D & 447 168 bp NRA I
5HZ &, ¢ 1166-285T > G372 & 168 bp DIFAITAE LRI 2R L TEY, 168bp D
#f Al transcriptional variant TIiE72<, c. 1166-285T > G TlId splice Hi N =
%, 2%V leaky 72 splice BHETIH AW Z EAVRE NI LLEDOFER S, BHE 11X c. 566G
> T, p.GI89V & c. 1166-285T > G, p.G38IAFs*20 DEE~T AL REFL TS LE
2Tz, B2 D SLC4641 D DNA L~ )L DIBIET-HEHT TIXERE 23 5409, RT-PCR PEY) D
Wrafripolzb 2 A, BE 1 LIRI—DA > hra 30 168 bp 2MHEA ST FEY O %38
72. DNABCH|ZHERd 5 &, BHE 21TMBIHAD c. 1166-285T > G, p. G38IAfs*20 D7HE
ERLHPA L, ZZETOREMND, BE 3, 413F Y I Z, F100 b HEE 1,
2 CTHGE L TUVz e, 1166-285T > G DFEEICHOWT HEEIT L=, 5 &, B 313k
D c.1166-285T > G, p.G389AFs*20 & REHKDBEHRZ T ¢. 954C > G, p. S318R AL,
BE 4IRS D c. 1166-285T > G, p. G389AFs*20 & R H SR D ARERE D c. 1174T > G, p. F392V
DHLIL, WTNHEENT BESLROFREENE L LN, RICEE 1, 3, 4 THL
N7 XV BEBROG 2 DB OWNWTEETHY 7 hCRELZEZA, WTIhb %
IIREWVWE TSN, 2D PCFT & FRARIEBIR 7 4 —% Hela MIfRIC —i M (238 A
L,V AZ Ty METHITLT-E 25, 168 bp fiAZEFIK, S318R ZEF4AKTi PCFT
FHENKBLTEY, G189V ZRATIHED LT e. —J7T F392V BRI E AR 413
EIR% D PCFT E AR L=, £72, MTX-FITC ®H D iAHRZ 7o —H% A kA U —iETHE
Brifedb 2A, KAERMKTITMIX-FITC MR ZBICAR T LTl v, MTX Bk 23 12T
RINT 5 Z EARIBE LT,

[E£2] 4 B ICH@m L TU e e, 1166-285T > GITOWTIZAARNEA DAMGEE R 5
WIHREFCTHONDE Y FAR Y NORAREERH D, ERNADF ) LT —F _X— 2
KTHEEYIIRVOD, SRIERPEMEINDICONTHL DR D AREERH D, 245
#% OB HPM B3 OB TN BWTIE, &% Y URBRISIAZ T, c. 1166-285T > G
BEURA L NTRETHZ LT, L0 RMOZWIRRICORENVELEZEX LS. #
T L % %2 HITZF392V Z2HF OB 4 13 DO BE IR TRREREE N 2 < IENE W,
B 73 & OREIRAEEN & D BEREFRAT & (7ot 2 AL 72 - 723, MTX BV IAZRENE, fhoZs
FLR L RRRICIZIE R AN L T iz, MTX-FITC & W2 fEMT X K 0 e OB i T T& 5
—J5C, MTX-FITC OHL Y JAZBE Z HEREEEREIZRA L TV D728, DT MITHEEEN AT L
TW AR OERIEIEZ R TRENE D DETH Y, BRLIBMHABSLETHD.

[#h3m] AARAOIEMBEEEfRD HFM B3 4 4 O 24T\, deep intronic mutation
c. 1166-285T > G 3l i@ § 5 954 FLiH LU, FEUEHT 2> & PCRT OFBL RN L Tk b,
MTX —FITC D HL Y SAZBEDFEITHY S, PCET D IEREHIEREN KM L TWA Z L &R LT,



