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Abstract

In Japan, noninvasive prenatal testing (NIPT) for the detection of trisomy 21, trisomy 18, and trisomy 13 has been applied in clinical
research since April 2013. For the first time, the Japan Society of Obstetrics and Gynecology has drawn up guidelines before starting
the prenatal diagnosis. We subscribe about the history of eugenic policy and prenatal diagnosis in Japan.
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FiZMiF~—Hh—ERELTH S 4 FEZOEIETH 5.

T OEE N S NI DIMTE < — 1 — A O HEUL Ik
DU, BUEER 1155 FHz2HR L T 5.

1992 I HBE M2 T & NT (Nuchal translucency) o flt
JEE R UV 2 — 21 OFEHE VIS OV TG TN TLUK,
HRBPTRRIBPROAREEDOA I ) —=0 7 e LTI X
NTW3. NT ARIGEEFR TR RN &, WESEN
TMETH % T L RHIRE I, ZHITHIERIT S ERAH
2. BENEREE, ZEITXRTOERICIT> T3
O, WRICRATLES CeAHZ. 52T 55
DART RO REI AL LR D, N TR e NS
RELGMERERLZ L8 DD REERT BRI TRICA
VI7A—LRaAVEV N LUTHhOREBERITOINRETHS.

Ol CIIAENRES L IR 7 U —= > T (EURGTHAIC NT
HE I BHAITS < — 71— (PAPP-A, hCG) Z#lliEd % ihR
2oV —==278) b T»a. LML, NTHIED
JHEE EHEL TV MESHDR SN TV S 2D it
LTV BHERIERS N TV .

MBI E R A A (NIPT)

2012 4 8 H O #i7e ¥l kg T X ViEZZ Wi
EWVWSrb—y g FIVinEEMTb N, TORIERE
AR K O WS b OEENEE U EHE AL
LE PN D - Tz

F 1 C OHGE X O T 2011 4 10 HIZKE T NIPT B35
EN, HRNOBANRAEOIKIICH S L, RHA
Rz @i TcE 3, HMRUANEITS T LM
ARECTH BT L, RIREBEiEAhY Y VT RHIO T
TNIPTHENMTbND &, BRIIHMEZZT T TR
FRIC & O GEBRAk T DA 2 HIWT T % T2 K E RiREL 24
BT l, tokEinhy ) v RO R TR
ELTHBAT AT ENEE LT LD, NIPTaY Y —
V7 LEFRELE NIPTayY—y 7 LEiE, NPT %
ENTHfTS 514720, WYIREERAY ) v Tk
NS DN THREEMT 27200, BIEFHHARTZH
ICREE U7k GEm AR, ANIRL Bz Y e 5—)
DOHEMHBOZ L THS.

NIPT ZEYNCEH T 272D Y ) v T D5
WEER (MATfe, MRkl o) Y ITNEELE)
ZEKT % T & ZERMIZE DO HINE Uiz, NIPT MO
g3, THARNCITON S AR X UZKNICEEd % RLfE
(HAERm AR TEDZ2ROAREY Q1YY
X2—, BRUYVI—, BMNIYVI) IKHETEHHEETE
Towdnh,
OROEEERE QL )Y I—, 18 hUYI—, 13 RV
VI—DWINh) ICRELZIRZULR, 5 U7z B
EHT 355, @EITIEOLA, @ZFoft, BRIE,NY
kY 1 FYVY3I—, 18 UV I—, 13FYYI—
DOWTNH) ICHRET SAREMEDN SV E THIENS55
(ASZ T, RMAMES —H—MRET, ZEZLHS KR
JEREEE ZHEIGN) L LT, 2TOEEZNRELT T
ARGV == T Tirblknwc e e L.

NIPT BEPRIFZEFIED Tz dICiX, @Y ho >y > 5
WRREIR Tz 8IC,

OFERAF ENERE 8T H 0 PER AR D 2 WId/NR
BoOELLM—HRBEKELEMETHZ T L, @ER
ICBET 2 Mk 25k iE, QMR MET T O IEIRRE & O
R AMRICBNTHUT 2 T LD ATHE, OMEMRAERF
KK 7R EDREE 2 S IR Gk E 2, dEhwo R
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s U CHEYNCHET T3 % T L AV ATHE,
ThHB A DD%MNEIZL, B-ERAS (HAKEESR)
THERBEZITV, EKRSNIZHERDORTITI T ik Tz,
Bt oin

1997 4R 1T Y YLt AR B 25 iR 2 DNA W RHA A P12,
1998 4RI X, RHAIMAEHICHIIDNAD S ZEEEEN S Y
CEMHRWEENT. 2Dk, KRRIETERIZE, B RhD
MR W75 & O RHAIZ 72U DNA RBRHIC & 2 A IS ise
LAANVTIEHEN TV, LAL, B 7/ LEHEIC K
O Y ERORIIDRT S Nz T &, KR —7 > —
IZ KB RMTEAN D HER U, RHAMHRICE EN TV S cell-
free DNA (cfDNA) 7% [EHEf#NT I 5 Bl DT S Mz
RHAIL A cfDNA (X, MR 7 HED SBISAEETH D,
1 10% ZREYHISK D cfDNA T % (X 1). cfDNA Ml
RO TH o zirawn, RENRY Y =0
EHTH 20 ZHNT S (K2). FlRE, 21 FHREED
CfDNA &iZ, 2ROAD 1.3% DR THBA, & LIRKR
MUY I—21 5813 142% & 75%. 2TObTH0.12%
DAEZHET 2D THS (X3). BEEEFMET S
DIEERBE TRV, /o T, HEZWODIIIZE
kA R, MERIUZE) DRETH 5.

ENRBNE PIEC 8 B RDOERE Y Z— EEMES 2016

Bt DS

FRCS A H LHDSRE N TR 27 4 12 A BT,
58 filisk MR A ) VI M ThbNTWBH, i
RORIEACIFEL TS (X 4).

201344 H 1 HIC, 15 ik CalnlEDA Y &y v
HBIEE N7z, 2015 4F 3 A F TIC 17,800 HlOZMEH H
D, 295l (L.7%) B FEHETH - 7z, BHERHRE, b
VI—21A8956%, hUYI—18A3815%, hUYVI—
1373889% & Th-Tz R 1). AEEMEFRIZ 0.02% (X
5) ThoTz.

RO L MR

BfE, HATIE MY Y I—21, 18, 13D 3 DDY(H
HERENMRERNR L ZR>TWVBEH, Bk TR MERERK
Prader-Willi SEMRRE, 22011.2 RIEMERER £ DI R IE
ERFERANRICE > TS, EORBERBENRICT
ZESBOMHFETHS. NIPT 2177455 LTI
20, ZFHORPOEBEE, B HEREOHhIC
BAEOEEKEN KA INZ DS, TOXSAME
FPT R (incidental findings) DHY O (HLIT DN T & HEEICHR
P EN D B,

Bamit REBERE

Massively Parallel Sequencing (MPS)iE#RE R

FHAM F(Zcell- free DNAMEFEET S
“H10% LR REBERTHS

A $E o DDNAET IRHDownfEIFEEDISAIZIX. EEREDRDZEICL
BIABROBFLHBEBRROBAAMRELTLS RELDANBLBERBEROM AN BHALFIZHERT S
N\
[
& MR EEER & BR:21hYS—
[ [
f— (=] — =
= = = = N = = = == N
T = (=] =
= = ~ = = ~ x =
= o= = g
N = N = =
= o= N = = o - N N
= ™ _ = = _
= = = ¢ = = g
(=] -
=y e = = N = e =

= $510%0DDNAKT K AR

BRARTHD (m=)
= $990%DDNART F (EEHAEE TH D (e )

(NIPTa>Y—o7 L)

1. NIPT OB
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BAMmMERREEERERE
MPSEfRE R
‘DNAIT K DRELEENRETES

1. DNAM fr i {=F B 5l & ke [CCCOCACECOATEACOOACCTEGAMATERCTEAT izt
- ~ s chr
2. t F#/L\'[ﬁ#& 75\ b EE %?é%@ GACACGGTGGAGCTCGGCCACACCAGGCCCAGCTGG chr14
N GGCCCTGGGGACAGTCTCCAATCCACTGAGTCATCT chr10
14‘%/*7& ACAGTGGTGGGGCCCATCCCTGGGTGAGGCTCAGTT chr21
— GGCCCTGGGGACAGTCTCCAATCCACTGAGTCATCT chr10
E GGCCCTGGGGACAGTCTCCAATCCACTGAGTCATCT chr10
E — GGCCCTGGGGACAGTCTCCAATCCACTGAGTCATCT chr10
— TCCGCCCAGGCCATGAGGGACCTGGAAATGGCTGAT chr21
E E GACACGGTGGAGCTCGGCCACACCAGGCCCAGCTGG chr14
E E E GGCCCTGGGGACAGTCTCCAATCCACTGAGTCATCT chr10
—— — ACAGTGGTGGGGCCCATCCCTGGGTGAGGCTCAGTT chr21
EEEE = GGCCCTGGGGACAGTCTCCAATCCACTGAGTCATCT chr10
= =E = == = GGCCCTGGGGACAGTCTCCAATCCACTGAGTCATCT chri0
=EEEE=E= GACACGGTGGAGCTCGGCCACACCAGGCCCAGCTGG chri4
— N — B R B E— GGCCCTGGGGACAGTCTCCAATCCACTGAGTCATCT chr10

(NIPTa>yY—7 L)

X 2. BRADRH

BiAmis R BHRE

MPSEBRERIE
DNAKTFE Mo Z DM FAABEREN. FRRBEENIDRXF X TEHEN
DNAW & D HEO T A DBWT 2 (REET LT X LEREE)

2153k H EDDNAER T #

& REAXE R

1537 N::P 3

BH21R)IE—DEEIZIE,
21E R E X FDDNALT A
L ELBEEZLSNB

s
1

REAERZE IR A21 M) YI—

N BLEAARE . EEZE =13%; 218)YS—=1.42%
(NIPTaY>Y—7 L)

X3. AR
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B 4. 42EO NIPT Ffias D 71X

& 1. MAGEE OWMERERMIRN
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X 5. NIPT B2t& OUtliciizl

gl

C DOV O BRI BT D EAERIE D EE L <,
HROEZ2ORBICHELG LTS T LEMENEY. L
ML, BAIHRENHREZNSITH5 DTIEAEL, Wil
LI B D N BRI T 2 EBD H 5.

YR

1) http://www circam jp/reports/02/detail/id=3642 Hi4:Hij 72 Wt
ETRH
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DffifiEie

3) http://dl.ndl.go.jp/view/download/digidepo_8173847_
po_0779.pdf?contentNo=1&itemld=info:ndljp/
pid/8173847& _ lang=en &Y\ EIC F5UF % ARSI « &
IREGTRZITC S 2 IR DUV T

4) Brock DJ, et al. Organization of maternal serum alpha

EOMZ L ER

fetoprotein screening for fetal neural-tube defects. Lancet ;
26: 700, 1977
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serum alphafetoprotein and fetal chromosomal abnormalities.
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FRBR &R OEEF i (CKD)

Annual urinary screening at elementary and junior high-school and chronic kidney disease in children

Uik F5ia
Shuji Kondo

WEC EE LB RDERE Y 2— NEEIEANR
Department of Pediatric Nephrology, Shikoku Medical Center for Children and Adults

w5

FRAIRIE, BEAR & MROFHMG7Z 38 U TRERMAR 572 & D12 (Chronic kidney disease; CKD) 0 FHFE FLIC 5
BK9 5. /N CKD IS U TRINCIaEE MM b N, BUHRERIKE R 5 ARKIEARICE S BED IR L 7. KRBT,
FRARPROEL L Tk L, IREFEENDZE LORA > F2BET 5.

X7z, NEOKABEARORREMTIE, ARBIRO IR ICHEBUZ & TOTBMRERMABE R OFI AR E <
BT UL7=—T, e RMEREZTE (congenital anomalies of the kidney and urinary tract; CAKUT) 2 J& pE HAC BE 9~ 2 B fk
REfEEORIEGEML THE D, TNHO CKDIFIRER - B2 TEADIFNEZNWT L EHSB. /NNELCKDICDNT
R FE SO IERERT Z2IC DV T & i HIC il 7z 0o,

Abstract

Urinary screenings are annually performed for proteinuria and hematuria at school to early detect chronic kidney disease (CKD)
including chronic glomerulonephritis. Treatment of early stage of pediatric CKD has led to the decreasing number of children and
young adults with end-stage kidney diseases (ESKD) based on chronic glomerulonephritis. The history and the contribution of
Japanese urinary screening are reviewed and the clinical strategy to see patients with abnormal urinary findings is summarized.

In addition, the characteristics and comorbidities of Japanese ESKD have changed over the last several decades. While the number

of patients with ESKD based on chronic glomerulonephritis has decreased, the major cause for ESKD has changed to congenital

anomalies of the kidney and urinary tract (CAKUT). CAKUT is difficult to detect through urinary findings.

Finally, the personal opinions for the clinical and basic research about the nephrology are described.

(PUEC & & B RDERY v 2 —[EHEE

F—U—F D EHK, BERE AR IAY
Key words: proteinuria, kidney function, guideline

o

ERRIRE, NROIBIE ST RIRZ 2 7 RO R
D, RERIAE 275 & OB % (Chronic kindey disease;
CKD) 7 5B « BBMAE > AR A2EEEE LL
AT BREHEEE LT TEREY. RERDRARER
TEHASEIRAN DTSN Z WV HEZHE DI T, MK TR
W3 % CKDIZ, filf - Wic 7 7 a—F9 B0 —H5
MDIc< <, CKD@ZHIc AR A A—I=Flh
TWVEHE LNEW. KERFHOFETIE, ARMROIR
HHZICKRBEMCHAZITV, ZZINEE - (1EH
WRER DA Z 52 TRt TES T EHNE L

3:9~17, 2016]

T, BA/NEE R 25 O 2 O B M S P R DY A AR
PRy AT LOW TR > TE Feipiiik e flai Uiz,

1B MRERIAE R D/NRDOZFE « BB AT
%—J7C, JEPEMIERDUEE L b & AR O mEiE i i
VY, CKD OHITHERMEEJRIEEFTFIE (congenital anomalies of
the kidney and urinary tract; CAKUT) 2 J& £ HAIC B4~ %
EHRREME OB SH N L, CKD OB A E B
ZHOLTWA. JREA - BN TEEDTF ST,
CKD &L T3 2. % 1T, AREMEET T
ET Y AICED CKD /A R 54 > 2013 DAFRZE
BEDAYN—L LTBHEETE TV W EERRR

_9_
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ZHEUT, /WED CKD BRI DOV THH O 09 T
%.

®BIC, CKD DA A KT A VIIERIFROTIE T2 X
DEEDHTHY, HARIAVIKEBRANDS. TET
VADWE - ] EDERE NSNS, B ER ORI -
BEZCDOVTE, FARZRZ Thl7zwn

1. P2BBRICOVT
ZRMIRDEA ENBICE - I HICIE, 1955
EED S HAD/N - 22O EFEREICZ L, B
NS IE ERPE R EFE N5 —7T, Bk

W, DMEE, SUE SRR SRMERBIC K DR 2.

RIFEHBOBMARENZ XL E -T2 WD
5. WIHAES KD/ HERDOEFEDE T
W&, 1964 4 T B g 0 1 U1 R i 2 VI e g JUC
DNTHE 207, 1970FICIIFEINMNTH -z, 2H
O [ V7 B A T OO 1 M FRAN A e 5% 1 B i 72 £ S %
COTFELRNEMAREZLTWVWERREH O EE
AFZEHE D WFFE R RICE D WT, 197345 H D%
AR AT Y+ AT R O — O UE T IR M2
MW ERMBZEHBICEBME N, 1974F 452
E D/« A 2 S R R RIR D FE N IR E -
729, EADORENFIEE N7z DIF 1976 FELE
5T, ABA2ZE L TEEBHEZEICO TR
T HEEMERIL, FOBERITIF MR BRI
% CENER O AFTE D LT &Y.

INROBHTEABE DR DG ICB VT
&, PRHMPRBEIATT D 1968-1980 4E 1T 1318 1 A ER
B R 49.5% & Ko 7z 6 T izh’, 1980-1986
FEITIE 33.1%, 1998-2005 4FITid 13.9% LA L TW»
%Y. HABNEELLOMETH, 2BENMEAR
BORBEE L UTEBIERREBEROEEMITLT
W5, E5IC, 1983-1999 AEDAIAB AL EE DE#D
BIERBOKE & DL TIE, DOETIRBHTEA
BEOGEELACKEICHEANEZE TH D, 1999 Fiid,
DHED 45 FARTG ORISR R & 2 BEBD
WAL TWV3 Y. b OmEE, FRMRICKS
CKD DO HIFE R & HERGHRNE TRICEEL T3
eI AET—RTHD. i, IgABIEIZZ
KRR CTHAINS T8/E CKD TH Y, HATIZE
HNCIBBNM TN T & TENEABE N &L
TVBAREMENREN TV Y. K TR THERR
EENTVDEIEREIAMREAERICBAL T, H
AT 10 4ELL RIS U TS CIRRIBARICE - 12
JEGIMN A B N ARMIRIC K O BINCHR - IHHN
ThNzT LIC KB W B2 LFT MR N T T

— 10—

AV
HRMIRIEEHEDBBICBVTLHBEINT NS
S, BHXEHRICOVT ORI DETHZ > " P,
RO Z & Sicm L5 oic, MR
OB RIS, PRBRIKR S AT LOSBMB T
DL, —XRZBHROom b, FHAOEY RIEREZIT
W, IBRRZ AN EL TOLEHEDI DS, ¥
=, [Ehfiz, FZEE - 85E L Z0ERE & AvEEE L
T CKD TERRICESBHEZ—ANTEDRL T35
TIDRETH .

PRI DRA b

FRMPRTIEER, EH, &, KO 3 HE D
EINTHD, LoHDORMKRE ThHEZERE N
r— A0 2 AHOHERENMTDONTVS Y. 2EHEHS
MRS 72 % EAEEMRB DI DRI %753 % T
Lilix%.

FRELE D e OIEBERE DI Z FRH S H5 9 %
T 2T 2 EEBHEZ, OM&AZRT, @
WEZK (XD Z1TV, QEMIBEXRZEKT 2
DENH B Y, FEDTEEITEARRIMRZ R
0B TEYREBICE(EMEDIRV. EWE» S K
JEMEMEEE IR, 12 MR SOEMRE, 7 u— R
B ERWE ZIIC D25, BRI, CAKUT 0K
HEBAEIENTVE L DD BlILEBE
BEREREIC X, MEfT U ESERER 2 Rk XS, Y]
WKEEZWZITV, 24 IV TR NROBIKSE
MENBEZNN Xy FTEDINHNRDENS.

CTTHEFBRRA YN, PRRIRGGEORTZ
ML TV RRTIIEOD, HEBHDE Rz
IHZBELLTHEHLTE5Z25K KT S
XO0MT T, FRBRROFEME, 5L R
OMIRY =27 )V, Fizld, SERERFRLTITR L
NIVTER L TV B 2ERMRIR< = 2 77 )V E 2 2
LTWREERNY,

1) RO E D J7 & FRFARR - RBEkER

PRI CIREAZERM I N LB, AY
ICIREHGETH 2D ? | PRARIRODZZ5 A
ZRBT 21 EBIC, IREFITH U THIEIED 7
ol EEEZEROC LIREETHS. HlZE,
TR THONIEP TH >z bR TE
TWiah o720, RNIHEEFRPDW UV iEE %z
KLU TR T - 72 b U TIRICE MR E
AT BHEFINLISN &2 .

T T, BEHEEBETRREZITS R, 55



JREREGERFRD 2 2y MRS 52 & ZEHAR L
L7cw. F£z, PRIRZHEFICERINT 52 & T,
JRIENDEEARDWE EZTR L, BlEDOIKEZ
ATREZR R O IEfEIC R MG 5 JR 72 ERELT 2 851 s
BTH5. FHCHRHAROFI T, WARATICTES
WKHiIRZ T BT L &, ZDRICHEERZIRG N5
I ¥ OB A2 LREZRD X S DT T
&5V, BIK%S ZEZRB D DR Z RIS
2XFETRETHS. TS KD BRI
NPEIC K2 REEDIREAT 2 TREMEMEL 75 0,
KEERHRICEAEDEFRN T TS &S ThuL
RO HEEFIROATREMED @< 5. JREEL
9 23EfE, HRMIRTEEEEINTE
LIS LT, EMESREREZITS 2DICHET
H5.

2) JREE 7 L7 F= >t (Urine protein to creatinine

ratio; UPCR)

—ICHEBRIGIEH I N TE D, AUKEZICERE
ENTIRTHNIEFENEN TS, FRINDFEMA
K> TIREADRENRE 2 DITYIRTH 5.
A MR Z RS B, JREEDMRIC (+)
T 30mg/dL DEE L WS FERTH->TH, JRILE
OREZERUEARDI AL G EDORETH S H
ZEHMEd 2B MNH . HERD D IEREICEAIRZ
MY B 7z dic, 1 HIREHE &7z IRE H O
DAL LTER. LHL, 28EREREITS C
CAFHKEHE TIEIAATRETIE ANV E DDEE ) 2 E
§%. £T T, UPCRW, REAZIRI LT F=
> (Cr) IEEETHIIES 5 T & TRATIE—HIREHA
ZRMT BIEEE L TR N B ko icko 7 b
UPCRIZ/NRICBWTEERTH D, 3l LT
ARl BE UPCR 7% 0.15 g/gCr DA |72 52K & 97 %
crElLTws*t?,

UPCR (I aih D FEAJR &SRB IR & M A Gt
52T, KIMEARDOHEST, BT
JREFEZIEMENTZZ LI FELDIREHD L
NIV EENREDOHW DIz DKEETR L
BoTW5a (LD, &BAAKFTRMIER & H
ENTE, MEMRE TEREBIK NOARZHERL
B INMREZITO T 2 IdRYITH .

3) MR & EARDEH

Murakami 5 O R & Tl Il JR « & H IR & 5 %
D) 6-T BIIWNBEERERIKABERTH D, Fikid 5
GERNROBEERD ATRE R MR NEITT B T

ENRBNE PIEC 8 B RDOERE Y Z— EEMES 2016

ENEEFLWLY., XL BMERERIKE RDORE
(95 =L 1gA BEHE DK 6 BN AR D R - &
HIRDIEFI TRAEINT WS, HANILE IR
WRERDHL LR DD T E T, IgA BEERH
x9S i % AL A 5 > A LAk FEd R R 0D B R
m, MANNRZRDT, 1IgA BIEREDO LX)V
DEVWIETF VY AZFELUTHELTEC L
ZERT DL, FRBIRTOILIK, HEHREZE
PEARERA R R DO RIS - IGFRICEE TH B V.

4R B2 2 /s 7Y v (MG) i

JRAT B2MG il 1350 PRI B DIERE CTH D
K - BIPHE % E D CAKUT, Z 710, Lowe
JEMRRE, DentiRaEDRAOROL RS, NED
PREMA % IS % & IR p2MG/ JR Cre He 7 fif
¥R 9 % & B, R B2MG/ JK Cre LEid, 05
pg/mgCr 2 FEHEME & 92 MY, JR B2MG D HALIC T
HPARBRETHO, gl Lx->TWVEEAIER, R
Cre (mg/dL) D CRIEI RICIEREZETZ Y. C
DIENEEIC R 2 & 2, BIEREEEN 2 VhZ
B S MRE T, BHRERE D i Cr fE
7R U HRE 2 R 2 BN D B, i, R
B2MG 1) IIFHR >~ 7 11 7 7 — I iH A LE R 7=
A MhA VIER ET-IRETE ERT S
e, BT EFIREDMOMBEHRER EEEET
B RN DB 2.

5) Ifiy& 7 L' 77 F = (Cr) f

1ML Cr il 1 B B HE 2 1l 9~ 2 I BB ORI T
BB, FAODEY CHREICIEIT %729,
IO/ NE I NS E 2 Z TRV, ZDRD
RADINE CrfED T — 22 ZDE EMHATE K
V. HEEBO RO Cr i REHO M & [F U
THHH, 1% LHEREE TICH04mg/dL £ 750,
Z DEBBEMRDRER & REIATHEREDTEL L
I, 1M E TIC 020 mo/dL FREEICIRA T 5. #
O, BEHE THRRIZSEICEIL THEmML,
I3 Crl &g 2. FFRIC 2-12 KD D IEHE
I3 Cr i, HED 03T rRENS

—77, EEMNCE RSB ORIz KL,
If¥ Cr ik 2 Hhn g% ».

FIREOHREN DR WVES, Mg CrfET
WFRHE AR HETH B 728, ¥ AXF 2 CRIMG
B2MG 73 &2l 2 BN H . HARNNLD
BAEROIMIE Cr FHE(E R & OFFME, HA/NIE
li 5 2% 22 AR — L X — 7 (hittp:/iwww jspn.jp) O 73 1
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R4 - FEFBHOHEBIEBHINTVWS /)
RIS B R (/N CKD) 221 HE o0 B B RE 1A o
FrlZ ] ZHEZETIEHL W EZER0.

6) /N IR D % ER A& I i@ 2 (glomerular filtration rate:

GFR)

SRERAIE R OME X, M Cr il & [FAFICHRER
HEREZ RIS 2 L TR T EMNTERL. RER
HEEEDOREIZA XY VWA XY oY)
TS YAMERITO T EMNT—IVRRAA A=K
LENTVED, BEFHRMEM CREETIER.
ARMEZ LT F=> 00752 A (Cer) A @l
HENTW3H, NWRETOHEZHTE, £
BRI &2 Rl 5 71k L U THERR
ER{ATEE & (eGFR) Bl &N 3 V. ifnii Cr iz
P U7z eGFRIWVEH TH 5. HEFEXICIZ 2~ 18
RICIE S XRNUIC KB ke, 2~ 1 TREZHIK
LK B HiEDH B .

i % X eGFR (mL/min/1.73m?=0.35x &} k& (cm)x

NiLi% Cr (mg/dL) [2-11 %
CORIFIFF IR Tt 0% & CRHLICH N
NHECTH 5. 272, Ik Criah i sz & D
B2 35128, RIS CTYARZRF > CzH
WIERERATEHE OBV 515 Y. HAN
VAR ClE, s Cr & > A X F > C
HREHERTE 2 X517 V) ZLEERL,
KEEOFRIIS TIEAZEH L TWS. Bad/h
RO - B O EHE TleAgEOR 5872 e
I 5%, Cor LIfiiE Cr fHIC X % eGFR 7 Lkt
L7ehd, /NI - B Tld eGFR D587
FHBEEECIKIEEST, BUES A2F 2 Cz2H
W HEOFR%ERS LTS Y. 5%, C
N5 D eGFR DR DB TOHE MM L KBtz
A - A LTV T D EERIAREE Ko
TW3.

7) B RE R

PRIZE CRMGEHRDMER SN, MEHRE T
BENMEWEETE, 270 EREORER
PR SE R MR JREGFTE (CAKUT) WMFETET 5 85
GRH%. TNHEFBHUEDO/NROENZE T %
RIAEAROFEFRIKE L HZ> TS, {t-o
T, BWGEHIRERE Th-> TEHHEERMAEICK
27V—=_VINEETHO, OFRNEAIC2
s L, @ELAEMNEE TR FimtEYD
KEXTHBT &, @/KEIE (the Society for Fetal

Urology(SFU) D735 ) OFE, @FFREEZR D[,
G, ©mEMEEDIE L & DR Ot C
LI EHERTRZRA VDD B Y. FHEEERE
BRLTHELVWEDO T RS, FRicEHB»E T
O—7%24T5&, HOEEREL LN
ENBo, BIENFET ST & OMERRN 5 FIE
LTWelz&ERzw.,

W, WHERMIMR TZZ I N5E 6 BB E
MEIGHETHS. WIRMIMIRIE, 19A BHES T
VR — MERREE OSRREEBTE A DN S D,
Wilms [l 75 & DR IER > F > 75w A—8
5 (_ERERBEBIAR & BEEREI AR O e ME & B Fr iR
DK ) FEOFAEICTEET % V.

8) I T

MR TZZ E NS, SiTicgff< T
LM lEev. Frc, e HAEREO RETE -
K AEREROMA R EZERT 208N D 5.
F 7B M M A £ O Rk i R £ on]
ML H 5.

FIKINHOIEFR MES, MiE Cr i & [FkkE
WIC K> TELT B78, Fihin - MERlR EICHR
U T2 769 2 0BV D . 2004 IR EN )N
IRR22 A SIS X NI FEOFEUEM DB ST
BEHATHZ Y. BIZIE T REFDBRIREY %15
fiENTERERE 222 L, A 116/78 Th >
e acid, T ORMEMED S I E T &k E N,
IfiLE O B AL - SR 2 55 5 IR A -
BRDRETH . SHREARNNLOMAEDIER
EL FHRHINEENS.

9) i, e - RHERER

I EAIROY R 7 TH 5. MK > TH
7 A SR S OAG R,  SRERIAR S I (glomerular
hypertension) “23@ i (hyperfiltration) 1C X % RER
K X iEEN D 5. £z, X3
MEE AT, mHEEERY, SimEA L M
SRR IS RS % . —J5, FPERIERED
Frgig XEERIC KD, BRI AR A
BMTEELICED, HBEIUMEH A AER
DR EORGEH, JREADE S NZEFIDEZ T
Tl 27O, R 9 EN S 36 ORI
TN, TDOKI60%F 20 A S 36 EOMICTEKE
n%Y. v hOHAEROFEENE X 70 BiE 1
Bhd 720 100 HATHZH, ToxT7 18Uk
RO B KE 2, BRI AR



BRTIEA RV, FERTENERE R TO VB
RISk S ND D, F%A0HFETIIIKTT S &
TN, BRI TaVEM R ESE Y. Th
12 & %R ER{K S IfLFE (glomerular hypertension) *2 58
JE3tE (hyperfiltration) 1 & 2 RERAfRHEA /2L,
BORDEIPE R BRIRRELIE 75 & OBHE & il 72 &
eI N, TOREE, [ERAIIRE D IEK
PPEEMEIRBORIEY A 71, BIBHZRRRBA
KB ZEERERZ T TR, HREHSA RO
RIS ZIN% | LS Developmental Origins
of Health and Disease (DOHaD) {i # &, Brenner
hyperfiltration theory 7 K& { ZHfd 2 HFE L x>
T3 9. T, FRMRCTRAER ZHERHIN
T FEEMNZZ LIGEEE, SREHITHE D &
WA, FEFEINCRIEN D S Teh ETERT S T L
WEHETHS.

10) HMEICHENT 281 2k

N IEEMEICHEN T B0, HE—ED
EHRD—E MR T 25550, WIRAYIMR,
RER FE, ARRRIIE, &I, B RERE S 2
RODGEETHS Y. FHTFEARD UPCR 7 0.15
~ 0.4 g/gCr N P4E~ 12 H HRRE R T 255,
0.5-0.9 g/gCr A 3-6 » Ak d 5 %E, 1-1.9 g/gCr
W12 7 AR 2 55D Z NSRS T 5. IR
NEPFd 2581, dD L BORKEBERTH
ZAfREMEDE <, BEMAERENS.

R I RIS B LT, 19A BHESS 7 VR — b
FEWERE, SEHETTIERERIAR 28, TR LI R BORE
fEft, KE 128 ThNIEAMRERAR K72 &
MEEbND. Fv b7 Ty H—B5 Wilms 5
IR EBIFIET B ARENED B D, FMEADHEN Z
MiEtd %.

A ARMIE L, SUPERERIRE 2, B TESR
ERIAB R, — T ABRMDERIC N0 255
PEMICE Rz 2 A ND 5T, EM
ENDININRETH 5.

Z oM, EIiEPEEEREE L EZEFL T
2560, HEEREOR AN Z 3 B
ENDRNZMETT 5 Licixns.

3. FELOMIEHIER (Chronic kidney disease; CKD)

CKD & 2002 K E THRE I N TH O, Bl
FEMPRARICE & T BICFE 57z, CKD DJE#EWIA D
Fld£2, £30LEBOTHS?. CKDAHEBEIN
Tets e UT, BmOmARRE ) M — IR
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KR I5, FEREIIML THBEBERTINS
BT - BRIV Tatv ARE U THB T L,
BN, BT E DBERRRTIC L > THEGHE
THBHTENETEND. BETE, MAZEDE
ISP EDMH 1 LT, CKD DERKICEHTNDS. %
DUHFIA 3 HE 2 AKIEH D World kidney day T3 D,
AR, HAR TS S CRIERICBd 517
HOBEHADHMEE N, CKD OEFEMTHON TS,

[FE &0 CKD DBERIIHEZL TWBE N ? | DR
WIZH LT, AW IYes] THH, F+EEDCKD
BHLMCEETH 5. HihD K 5 1B MSRERIRE
RIG/NEUNTFERES S CKD TH O, HATIIZERKM
JRIC & 0 3R X NEIRARIC K D KB A EAOHE
T2 L TV 5. 78R AR O F B KRS
RN OFERE & B7x D, CAKUT, E{nMEEkdx
EWNTAEREES>TVBETHS.

Ishikura 52V U7z, HARRIKICET 2BMEA
i CKD X7 —3 3-5 DfEf] (3 # H~157%) D
FR— MR TIE, HAAD CKD GiREE 10 T AH
72D 298 NCTH - Tz, PREMRIZ, SRERIARIEL 7.8%
T, JERERMAIREN 911% TH D, BHEAEMEFL
TV 28D CKD I, IBRERRRETH -7, FE
RERMAPEERIC 35U T CAKUT A 68.3% & 6, NER
W IRISFASER S & DId 21.6%, JREGFAZEZ tEb i
WE DM 784% Th o iz, FOMDIERIRIKEE T
&, HERE O R EEEIEDY 9.8% & JE FEMAIC B HRERS
EDH > THERIH CKD DV A7 HEn T & AV L
729, & 51T Ishikura 5 1%, FEHT A D CKD stage3-5
DT %EZMERE L. CKD A7 — 3-5 DJEH
TlE, ¥ LELOMIC, 125%D KB REITHETL
TWez. HE> T, CKD OEfT LIIERITIE, BHT®
BB OBRENZURICERL TV T EMHLME
o 72?0, CKD DEEEIRA I ILKDWON S T & i
FICIThbNTHD, HARLFER CAKUT D& 7%
ZEERMNHTI D, CAKUT DIBIED & 575 27 EMN
YHEnz ».

LT AT, PRBIRIEEBUREREEROBE AL
NOHEITZAIET 2 K& HREZRIZLTOBMN,
CAKUT (X JREEFIDERE CTdH D JREH DL THEIEE
ZHWTE RV, HANEEREZE T, 3R
125 ¢ CAKUT 7% FLHIC 78 R 9™ % 72 81 UPCR 721
T7% < JRH B2MG il 0 B 5 1 4 2 5 72 S IS A7 5
XIOBFBCRN LTS, FRIMELREDHET
2RI & B0, 3R IR E R R LD
HTEAINTBOBERP RG> TW5. [EEES
HiE, CORZEHRLCGEHY AT L2{E5 TRD



Med. J. Shikoku Medical Center for Children and Adults 2016

HETHS. PIZRTESRTIZ 201444 A 1 HICTHE
BUWRRMEAN A R 2RI L. TREFAREY =27
W1 O3 FBEZORMEDUGT & LT, MEBRE
BT R BRI L 732 0 RO Y ERE L (R
f T Ny O MR BTN S 2 & S K D A RZ2EK

EHEIDREMNH S, FRRRRAICKZ FEED
DEDOMEEERD 12D R— bk ZFHEICIT S
TEENRT 4w bTHB. W>T, 7ELDCKD
X, BMAEAE VWA ELEERENEINTE
DEREEET) TRBE - RKIGENOERZITS

L72?. TOXS &M T 3R Z NS
BEEN B LT T & T, CAKUT OB THAK

T L, FWMERAEDZZHROM EOIZDEENS.

K1, EEaZWNcBE LT

LWt ZERIH
FHL UPCR 0.5 AKfif5, fic52HAL
TS fo I R EAMBE, UPCRO0.15 DAL, il 27 L
IANIPERR IR FPR (RN ) ERBIRIR (BRERE) TH, fMicfEzL
G o P i PR e, B EEL

HEEfRMEMIR - EFIR

B RDRED

EERM:, UPCRO05 DL, 7&ifnf:
PR CARIMBRMH A &1

FIMIERER, PRESGECAHEDREL SE - (AEEEPHMO AT

Z Ofth BEPRSS, BEEREIRE, AR, @ifiE, e RMERIREAIE R &

UPCR: [REEHZ L7 F =t
ERBIRD TR T K 23 FEUET (HARERR S ;2012 4 p28) ZBEIT/ERK

# 2. K/IDOQIIZ &% CKD DiE#

1) B OTPREN & 7 IIRBEN R FE D 3 A RE R d . 7272L. GFR QX FOHFEZ MO,
R EOBWHIIRIZIIC, E3mmik, R, BgREL & OEREZ RS 2REFTRICE > TT.

2) GFR<60mI/min/1.73m’* 78 3 ) H LA FF5fi 3 %.

1) F=id 2) Zilzd.

IEFVACE DL CKD ZEHA BT A 2013, HABEZAHRE © HniE2AH  163-209, 2013 KD 5[H

£ 3. /NECKD DAT—I 708 (2i%LLE)

SR AT — R DFH GFR m L/ %y /1.73m? e
B E kI ITEAE T B D GFR 1 BREEMTON TV BEER 15T
1 . 0 >90
ERERITIUE =
) BEENEIE L, GFR R 60 ~ 89
‘F
3 GFR H (R R 30 ~ 59
4 GFR &K T 15~29
5 KE 2 <15 (73BN BITEENMTON TV BEEIL 5D

B EAR, BREEE (E2ED, WHEORETNEZEKT 5.
IUFVRICHET L CKD B A RS54 > 2013, HIAB A 2% © iRt © 163-209, 2013 X D 5[/



4. BB OIEIE & JEREOBIFEIERH

B2 O C OBAEDOHE E LWiERIE, il
IKE K UEREMFLORAED D > T2 IR 5730,
HA/NREEHR AR REGHMZRZLTED,
IgA B IE, 7 m—BhEfehE 7z & O Mlfisg IR >
Z LA HHREARR I, BN - /N 728 U C B RS 4k
THFUS BRI e RE (L o> TWVE ™ 2.

i (Y FRAV D) 2D ETCEMAMZET
%728 TE U] ZIEHROA A=Y 252 TH
e ® LN WE S OaRHE, 2R LRI
HEATHED, HRENOAGZSTMHATHA RS A
VEBUTHERELLTETWVS Y. L, BN
HITT 2 BEFIWA LIR30 AT, BRICIETL
7z Clinical question *® Research question /3 f 3 3 7k =
I o>TET, BEDBEBEOMN - 865, 51
BT - BRAEAOHETZ I3 5 FRZ N
<, AMhftia LRI 7 & BRI ZE VISR THESD
ENTW5.

B ICIR S T R TOWEBIC OV TS 5H T
HBN, THREHETFINCEIA UM e E 2 32
9z Lid3TETE, MADIEFIDOTHZ THIL
TEFETHZRET S L EH L. BlIEDOET A,
JREEFAMD CKD D& ENTNA A —h— L 75>
TW5H, CKDRZAMLEESE (Acute kidney injury;
AKD) DINAF =T — 2 REK T B DIEFEICAT
bNTHH, REAULIKEHRBENAEY—H—D
EHMEND T EDRFENTVS.

B O 7R EZ KE < DT B &, BMANIEHER
S TERE, /NIE CAKUT DR cdh 5. #
BB REE, BISTERERIAZE S CAKUT 7 &/
WRELEADNDDBTH SN, KDL AHER
MEENCWTE % X THIENIZZ < DBEIEZED
W59 %. BifE, BMEERECOVWTHANIE
P22 D R 2/ IN—=DVRUG & 75 D JEAR P YR AT 1Y i
ITLTW S, (BRI FR O D HEEE PR BT IC B
3 % P E R HE ¢ http://Mmww.med.kobe-u.ac.jp/sgridk/
index.html)

REEEBD D - 1B T3 H % HiaiIE A
ICHEL W, > TEMIHE O BEREMIEDED H % )
7z B iR 85 135> T B, B s ORI,
HICRZ THRRNTHENT ENZL, RNz
LTE, TOZRBRELGFMICOENBHERTH
BOMNTEZANHTHS.

A AR DEFRIFFEN DB E N INA A< —F1—
FFICET I 272 T, BBV TIEE
BRZZNREZ DB EREE IO LD &,
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HHpa oY B (Extracellular matrix; ECM), ECM Z &K
AT N EEREADNEEETE DX S &k
HEREITHEENICDE > TR L TE R *.
BT, Hic-b & D FEEHEER DN B AR R
TR T AY F U LlilicERICHEET S L
Z, RUART v b2 THELE MCBWTHEEH
L7z % ® Hic-5 #{s 7RI~ Y ACBREZHRET
% T LITX D, Hic-5 OFEBIM XY > F 0 LAfRaE5H
ZHIEIT ST EZHS M Uiz, RFIC TGF-BL A A
Y2 F Y LAIRE T Hic-5 OFE B 7 3538 U Al g sE &
HIET ZATREMEZ RV L2 . 2T & XD Hics
B RIGEHIO A Y > 7 LR 5E 2 S 25—
JiC, HEATHHDORAHEMEIRZ T b 2 SRERAmEL (4
Hagsk 7z 5 ECM Bihn ) N B R IC & EE R
ReE R REMED D B T & AHERI X Nijz. Hic-5
DILENDE 572 2 PRFEIC K 0 1B 58 0RE IR Tk
JiE T DRIRIRRE( LA DHETT 2 FHL 1L T & 2 HHI D G 5
TEAM0E LNARV. BIE CAKUT, EMBEREER
EDHETIHINZ T dH % B RIEHRHELIC DWW T & Hic-b
DR ZHED TN .
2704 FEORIEN T TH > 7z CKD iH#E I,
BRR ¥ K O DFEBIC X D #iTc R JER 2 A T
WBD, FRELTH O BIKEMEANOERE L
KEWV.
finit
/NJLOD CKD 1, “ERHRIR CTIREEH W I & W o 72 R
HTHOUFONED, FNERICEHTHS. Bk
# X, PR, i, BREL Vo KT — X
DEFETHY, ZTORERMRT 2 LIFIRED. R
BRAEZARNDMIK DD, Bl SR E U TEERT
L, hOIREEHEREKMENS. T 51, #HUWRAER
i < & & A MEBREE DR IEE R, 5L T 5, &R
B e A A - R - IR - B - S R
Bix L OJRREIRICELET 5. BUREZEICE > T,
K2 IR fIfah SRR E N B 37 1 R RBRIAD KEIE I ik
TEND. N B I B 2 FE 5 R 0O iR S0 gk
FEDOWIFICEID 2 /A Z % T LD ENS.

HEE

Az ET DD, MERERBIRS AT L,
CKD 1A F oA MERR, B ORFIK « iS5 &
T THRBW T2 RO Il RE R EB R 0 B 0%
BELCENEICHESHB LU ETET. Fi, HEBROYK
MRS AT Ll E ISR BRI REEREZAL LT
BTG TV IBEZEZ TV REEE L, #E
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Osteoporosis in the patients with severe motor and intellectual disabilities and prevention of fragile fractures

MO 1158

Hiromichi Yokoi

WEC EE LB e RDERE Y Z2— NTEEER
Department of Pediatric Orthopedics, Shikoku Medical Center for Children and Adults
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HAELHREER G5 ) OBMBRIEOERN L LT, URICK 2 BNOHEAMOJED, KERE, CXIVDPEXI
YKODRZ, RIVEVEEENDS. R L EEfHC X O BIEOSEER GF) B EIMEOREICH 5. FEiL
TRBEMIC B 2 2ERRAE T, EEOHREER (B ) MMCIER 100 /R4 D F5L 24 £ 2.16 {F, 25 4ERE 2.4 {0
HIMFEEL TV, ISR E D BEORBEEFOMEN G, TOFREMENRETHS. B PHKE LTA,
HEgs T & BAEIHE D H B VUK ORE &, FHREIENDORIEE WS ZDDMHH b TRz 208N H 5. Hi Tl
Z HIg & UCZIMIC X 2 BeNTmBIekZ2 (2 C L&, BREICHT 285 P OEMMN U OBR, 5 ERNTH 5.
FICHMFREICN S 2 FYIERTIE, JTFER MG 2 SHAREGHREEDMERATRE L 2> TER Y, FRISEIEHROW)
RO ENS.

Abstract

Patients with the severe motor and intellectual disabilities (SMID) are affected by osteoporosis because of bedridden, nutritional
disturbance, lack of sunbathing and drug induced vitamin D deficiency. A nationwide survey demonstrated that the incidence of
fractures in the inpatient with SMID in a year was 2.16 ~ 2.4 fractures per 100 patients, and fractures of the femur in bedridden
patients occurred more frequently. Both medication for osteoporosis and careful nursing are necessary to reduce fractures in the
patients with SMID.

(WEC 2t eBLaDEREY 2 —EEHEE 318 ~ 24, 2016]

F—U—F: HEEOHEER GF), SHEE S

Key words: Severe motor and intellectual disabilities, Osteoporosis, Fractures

BLHIC BEE U729 e LTD 90 HRE DNy R LA FFgE
HIELDAREER (F) EREEOREH, KERE, K DHEINTVS Y. ZRUckhidy RLZA ME
FrlEEE DR EFIC K D FHHFRIEZ S 72 LT WIRREIC H HT17HYED 2%DFERBADDRDENT VS,
%Y. PRSBSOS C A D, B TIRE BRI TP TIE 3% 14, BAMEE
LEVWE S BRNC K-> TEIIZECRCeNHB 2. & HEETIE 1~ 2% [ fEL Vb TED, Thbic
JEOSBEEN (G5 ) ICB 2 5TOWRETK 1 OX S I E Lelg U CRARIC K B @ik s I35 10 f5 2 05
KEhz . 5 LIeBHsREE & 38N, Biosiik, T&ilins. KB EHAEEIEE NS faf B A
BRUOUBTO TR AEICDOWTRERT 5. IR IS 2D D O, HEHE, KiRE, B85 L
OREAMORENFIZE, BNEKOFE L3R
I. WEDIESER () OFHEDED KK WOENEZLRDEVDbNTVS. TODXSICHE
LEISH S B B A Dk DEFEHEE (&) OBHBREOER L LT, EHEA
AEPEDBHRFRE IR FHBRIED —DTH PRDEARTEEN AL T & W o T faf B DIk D 2%

%. KIS K B ENOHBEICDONTIE, FHRITIC D TRENEDEEDNS.



2 KRR

I 5 © 1, 34 D ABirh O ERE DS EEI ()
R E LTEMRETT, <4787 R A MY —ik
I X B 5iE R L Body Mass Index, Ifiig% > /8% &
U7 IVTIVENEDHBICH Tz e Z2mELT
BO, Mg R 87 & ERESER K % R
HKFDO—DTH 5 LibRXT N %.
3EXIVDRZ

HIEOHEER (F)ICBOWTEXIVYDRZ
BEELRTVERE LT FOZAHERHE N
T3, O DHEINE. WIEMEDZD
Bl TREREEZZITI TCVAE/NRICEBITSHE
BT, WMREDTA%MNEX IV DERAETHD,
REXBTIEIEZIVDREALELYTVELDN
T3 % @EHREAE. EIC Ko gsTe
22V DHIERAMN T EET NS TdIciE, @
ANTHIC 28] 5 ~ 30 pFRE D HCRDRE & VWb
NTHO, BMNZECANRETHS. OHITA
MAROEIRARIFI 70V —LDF ~rao—L
P450 R DTG 2 M 8, THIERE 2 X2 D OAE
b XURPIRIZ T 2. FITADNAFEDOEY
IRAEFIC BN T, iV KO R 7
WHY) T AR T 7 Z—YD LR, SHEMXETO
HEALERT RO RS S T3 7.
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4CRIVKRZ

CHAIVKBEARATAHIVT DIV RFD IV
2N L TEHERZRET S, €232 KIEARK,
PANANEIC K-> CREZE X NS, UL LIHEEFSHE(R
Tc&sE2 I Y KORINGEDEK R, 7 L
RYTREEOMAIC KX 2 BN ANORZEIC KD E X
SVKRZERERTEVDNTVS Y,
5 RIVEVEE

Wi g5 P 4T 2 A2 U T I PR YE T U, insulin-like
growth factor-1 (IGF-1) WEREICEMETH % T & R
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Survey of university student’s attitude toward pre-conception carrier screening
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Abstract

In Japan, we have been offering genetic tests for pregnant women as prenatal tests generally. However, Preconception Carrier
Screening (PCS) has been introduced in some communities and/or countries due to dealing with more patients of autosomal recessive
diseases. It is known that PCS is useful for informed reproductive choice based on their own risk for recessive disease. PCS has been
started as specific test for the specific community, but panel carrier screening has been introduced to examine 70 to 140 diseases in
some countries. Patient can access the carrier screening test via internet already. To date, we are not introducing PCS in Japan, but
it is easily expanding when it becomes popular on the Website. Hence this is very important timing to discuss on this new genetic
screening test now. In this research, we conducted questionnaire survey to investigate the attitudes of health care college students.
They are positive for genetic screening test as far as they have autonomy. This is very different from older generation of Japanese
people. Particularly, only child group have positive impression on web-based genetic testing compared to the group who has siblings.
The cost and access are important matters when they considering genetic test. It is essential for us to discuss with young generation

when we consider a policy for PCS in the future.

(WEC & e BLaDERY X —EPHEE 3125~ 31, 2016]

F—U—F [ RAGRIESE, A7V =7, A, 7V — b

Key words: Preconception Carrier Screening (PCS), screening, students, questionnaire survey

LI BANEETHS. THNUISWVIRZ B L 1-2 N /100 ADH

HROASTEREEER T X #HEAMHEEEEIX 1,300 ETHREERLOA Y VB0, MBELIEZESH]

FEPWETN TV, EREZNZTNREDEOND  REMNDZ T LICES Y. ZLOEICBOTKIERED B %

JFHICHEBEGZLDXTERATHD, MAEHIE 10,000 NI HEICZTORKEZKZITS OB —RNTHS. LHL,
— 25—



Med. J. Shikoku Medical Center for Children and Adults 2016

KEKITIIRIEED RNy TV B AEENZ REBRNZL
Wied, TOBERBEREDD BENITIRKEZITDONTD
BRI LHOHETOEONDTIE, VS RELH S 2.
BERRATRAE R 27 ) — = > 7 O H BN FIRE D 75 i
NITHERRRTICIT S T &Il X 0 21y TIVINBIEBIREERD
TREDV R EHEL, ZTORORFEFIICRILTS
TENELEHNTHS. WKTRRERNEREEZ T D, &
FEICBEEHY 2 A I H ERNRERICE DV TITbN s b
DTHBEEZLNTV AN, 2N ELREENSHES
NTHMEZLTWVAEEEHS. W DO TR
EDOPBMNIEFICZ WDIC, TORBEERDS T2
Ot L UTHHIRATICRREZE A 7V —= 2 T 1b T
BO, BREEOWMVICEHERTH-EMEENTNS Y.
TSICHDOBEIEEZD L, EENDHICY AT HE
ZLTHELITET, HFERCOVTHEEZBSEDRN
AMATREL 72D, HMEEEEEORIRO O > ha—) L
BIERDOEHICZNI DT b HB. TDKIIC, HME
BORKNERA Y —= > J I ERRE, HAHZ0IE
71y T )VOURET OME, FEEH%OKEEO—D, &
KAEDOKHE, Hidlimd, CHAE2AIVTTITbn
TWVW3BH, TNENAY Y bETFTAY Y BB, 272,
BEZNED) R 751X, &L= F—l#& & & [AH
UHR AL R G R BRI E TH I RE RS
HHERITANDLITHS. Fiz, XEPEHETHNIE
NS HE WD E RN &5 5. MRPICHMEZITS T
LR ZOERTHENZE, BEICK O ERO KL E4t
R ICIZIERICRKRE R AN LA RB T R ESEIIA
INb. —HTHIETTHNE, VAT ZSh >z LT
HARDIHRZFD T &0, FF—tET7RINTH 25035
IRuTeWi 22 % 2 b, & HIcE FHiila &R O
MWEL 725128, —WNICHEIRRTICITS T &N ZYix X
AIVITTHBLEILNTVS. EROEZITICOV
TETRENTED, hy TIVTHREZITS HEICIEE
NCETORBMREZILA 25H5EHNENOHAE
DETURIDNSHZ0O0E I DOYERFZILA S &V
SHELHS.

£ 95 —DZDMAD—FDREIF I E RED %
WANICRHEETHE N EIhOMEETZ/HTHS. Th
¥ TOEZENRMRE M EDOREIRZ eic 2 iz HiY &
LU CEBIEFRERIT>CER. AZV—=V 7L LT Th
NTVBDIFNDONDIEETH O, FZERIHEE CKRE,
A—ALIVT, ARV TRE),B-PTILIT (FTuX,
PIVTFo—=Zxv B, AATT), Mlake), Z0DIF
MATObN TV B EDE Z ORI THREICHRERD EH
EERTHY, 7¥arF—I2 %Y NI % Tay-Sachs
WEETHD. TNHEFHMIKD BN IE AR EICEDY

VR ZEEBLTITONTE ., 5 OHE T Tay-
Sachs JIE DIRKEZ A 7 U —= 7, FlGETHNEH
FRiZWiZ A EDE TITS T &I X D RN Z 90% Jik
59 LN TE - LT Lz (ultra orthodox Dor Yeshorim
program)?. LU, fEfiOFRBICHENR 7 ) —=2 71T
GENDZHEEOBIIMRAICHEZ, TRz iEE 31
BN TOX S EMEZENCIRIET 2 2 & & THE
D, HTEREEZFZENRELE>T WS, B
TE T 4 D — AT ITRKE X7 ) — =2 T 2 4
HLTHD, TOMBEEIZEZTNETNE TS TV
5HEDDKT0 ~ M0 EENFTENT VS, NS D
10-20 EERDRAE TH B T EHHSNTNE T & HHE
ETBE, CORBEZFIZTETINETHHANETH
EHLTICVIEADMRNE TH ST L 2B ETA
LRWLUWHOAEICEHTT 522 EMEMT 5 LEA5
Z%. AWIFETIE T OFKEOEMRH s HE L UEIRA]
BREERA ) ==V TREICOWVTHME TRV HNE
BRI DWW T OHREN S 2 L EZ DN ERRRKFEDY
FEDRMIC OV THBMSEZ W TIHEAE L 2.

itk
REEHHOERICH 2D, HIRFIRINE A7) —= >
TJICDWTOEMREZ I T, BEETELOEEIN
RSO, BREBRDIBEAICDVTOA A—VIC
DWTHHHICER Bz e Lz E1). BE
BRI SBREDY v — b REZ AW AN RE X
BRI OGS NI ERRRAOPE BFEE) 254 (B
M8t LM174) LU, EHHGEHEZH ML (M 1).
BINEDS B 134 (52%) 1E—A>T7THD,7%4 (28%)
MINGEE Glil), %723 Adeh (ilikk) (& 5% (20%)
Th-ote (M2). SHEORESIMEICT EELDVBE
B, RERETH T, 254 (100%) H 5 EEZE SN,
T = MERO—EBIC DOV T IR ZE RN 2 VT Z
DI Z 58 Uz, BB TR ORER RIS TV
AR TR U TR R AE A 7 Y —= > F1icDn
THRRHANTE, ZELSHEMDH - BRI LW
HEER EICOWTHIT % T & DT E S ATk L
THEMT-o . AEHINC OOV T KR OIS Tl
L, AERZ TICREST Bl e L, &
ORI ZE > TRIEZE N6 DET R LICD
WTEFIALFEML Tz,

(53 S
BIZAICDODWVWTODA A=V ELI 5N EDEE

F1H%BDODATHD, ZDIENIT4% (16.0%) WiHEV,

204, (800%) AEELWEREZFLE (K3). ZDfho



Q2~8 £ TOHH®D 5 RFEDOFAEREHE Tl LITEWETT
SNTEMFHICKOEKROEE, 51GEVWETThN
WWERNAEICKHOREZRL TV (K4, FHEED
A7 OFEEEL D TTEEMEE] IOV TSN DT
B« 16 E T 5 LNTEBZHOMAEREE LIV &
WHIHEHTEHRaTIE 132 TH D, BIRFREIIDV
TR ZRETH >z, ROT TTEEEERE) 12OV
THREZZFTEZOANGHETEZITIONE K IICT HRE
THs.] EVIHEMCHLTORIATE 136 &KL, i
ANDEZZBETHLRENH T, B AATHRKED S
7B THEEMEE] 12DV T OB IIHREICTN S
IC Web 1 THI LIAGMHIK 2 FMER TRV EES |
MEIMICDVTTHD, FHRAATI3288 ThHo k.
COEHHIZDWTIEHBDWBEETIZ 383 LE L, —A-
TORETIE 20 &KL, WD A 7713 Student-t &1 T
BEAZRDT. Tof, BLHTRAEREAZRD 5
Hid&xh-oTz.
EHICENZTNOHEEOBHICDOWTHET 5725 %
25 sttt 2 O CIEHE B OB DWW TG L, TR
S O TEEDEARHIRNE R 7V —= > JIChd
% RROMERICOWTHE Lz (K5). M5
THDBMRENETHENEIDHID 2] & 78— F—
WMRREDNE S DZHD 20 EWHIEHHE T 0746 & [Lig
HIAHBE D B % I 23R 7= hY 0.80 ZHE 2 9, ZDIEMD
HH I EEIICEWMETH D B Z 8D R > 7z, TR
SOHTCIREAED 1.0 L ETH 2 FEMS%E DRAL,

x1. HEHOEHH

ENRBNE PIEC 8 B RDOERE Y Z— EEMES 2016

A2z, BCEH 92 L RINEMREZZT 51
Hlzo, BHDZERNN—=rF—D ZHD Tz EN
IXFEENWELTED, MENDT 7LZADLPTE
PREEHIC DOV T OB & g < o 8r 5 2
BT ENTRMENT. £z, W OFEIIRERERE X
TV —Z U FEZT BT LI DWW TN AR FTH O,
FH7 OFR EIEZ MBI TH VIR & T
BOB ZRABRETH . Wl ERFDOT EAREICD
WTHIHIN AR T TH % &0 S g, Bz lmos
THT RO FIMEORIHER e —H L T, —
Fite L R RE A 2 NS EHED D, B2Vt
BEHmDNSIEEDKSIICEZ TSN, 0S5k
RLTWVWBZEhRBENS. ANEZEELTEY
HEDZ LRNR—hF—DZ EHEERRA Y FTH>
o, EleENAEHEEHSRBERHOCE, TR AKE
MEFEEDFER 52 TWARERE T 1.

HEFCE T TRHELZEES | THEATITDNERET
HBHEES ] BEDRABFA V=V TRAEICHLT
ETRHIMERERNDZ—HT, 1HEHVNEEDR
W NEEHEREEBICK > T F—ZRBENZ DI
WRRERS, HLEAROTZRDZDEES LIS
REBENTERE DTz (F2). £z, TANDHH
HETRUINRERVWERES. HEMELZ KT S ME
NEOWOHEEZIT 2D R RN TREOR REIH A
KF 3= b F—0KGE] 72 EMABEDIFEICDONTITHE
JRTHZN, TORMKEEL THEEINE M ERERH
TEHEAND - T2

Q1 NEEERBIDAA—DEHATTEN
(LU - MLy - KDDL - FDta(

(285 - PPES -

(Z3835 - PPES - EE5THRN
Q4 NBEEMEREBIORFEEIDVEFONESHEYTLY
(Z3835 - »PES - ELE5THEL -

(F385 - PPBS - ELLTHHEL -

(F385 - PPBS - ELLTHHEL -

(F385 - PPES - EB0TEHL - HEYRDLAL
HLAADHESAMNEFTRINERS

(B85 - PPBS - ELLTHHEL -

[ZDVWTESBLEYT M ? BREIZEHL TZSW

Q2 NEEMREBINESDFHRICRTBANDZEBFLEALLBNERS
ELLTHRL + HFEYEDLLL -2<EDHELY)

Q3 NEEHRBIIOVWTHENDFH - aRET S EATEIULRELRE DLW
- HFEYEBDLLL -2BbhELY)

HEYBDLEL -2EBbALY)
a5 NEEMEREBIORFEEDDN—rF—DEFOINESHEYTLY
HEYBDOEL 2B hALY)
a6 NMBEEMREBIODVTREZZT-VALHETERITIONE LT HERETHD
HEYBDOEL -2 BbhALY)
Q7 EBROMEGEHEEEIIDVTOREFERFETIINETHD
2B
Q8 NEEMAREITOVTORERFERIITHESTILNESIZ, WebF AT

HEYRDOLZL -2 BHELY)
Q9 fEIERIH A VIIIEIRATICHEEERBIOEFEF ONEINREETHL




Med. J. Shikoku Medical Center for Children and Adults 2016

3A
KL DB
BF¥ WL
1A
ZF 2N
L
1. A&ESIEOH L K 2. FRESEORE itk X 3. EnPEEEICDOVWTO
(n=25) (n=25) A A= (n=25)
—— L%l REHY —k BT  —m—RF —e—2fk
T,
2
A
>
2
I s
\ \ ’
3 \
. A
\
\
i)
H
fs
O s
Q2 Q3 Q4 Qs Q6 Q7 Qs
& % 5 3 # & 4
& B % | = & ¥
T X 78 b x = %
% & & £l 2 & |
c il L i = 3
= n E m 1= )
I3 T b % 0 g &
pos =3 T A A é
% 2 5 A & i =
7 ‘ A ) % iz 2
0 2 n < i 3 H
2 Y 2 < B H
= = h P3 )
L 0 b3l Ly B &
1= L X =
Ly _ ~ )
w 5
X 4. FHETOFMBEE OFIIMHE
{%u
0.8 1| & i
3] BEEROBMK
f-d:
os] | B ©
(2] ' O 13— YN TOEE
EBiREZHENNEI L 6
0.4 -
FEIhE
02 HTLRETED
ZIFANLRFL Y=L ENWSTES
4— >
-0.6 @ —Oj4 —OI.Z [ 0.0 012 0.4 0I.6 OI.8 1.-0'
RHEOR 0.2
(6]
0.4 - IN—hF—DEEFY =N
& (6]
o |5 Fw-amommr ©
' P BHROIEEY LY
3
=

5. FERITIHT



% 2. HHEEOEZEXD (11 A /25 A HEdik)
EEEIARES
BREERYY—=2Y | KRBEERS
[ZERL WWERS
RWERS
EATITHNERNETHHERS
REERIY—=Y | HEYLLERDLGN

=Rt BARLLAR BRI DO R
DR b F — D
RE D
REQHRRANKE
RS Eo T/ A— b —ERODN
BORMIEERS, HADFHRERDZD
&5
B

FEHTORRE R 7 ) — = FIE DWW TEDPETIEF
e HAER EARENTWiERWL. L L, BIET TIC
AVE =3y F2iE L TEAADHHBICHRE T E 5 8REEIC
B0DODOHD, FlSBEISIKES T a—UEIic kD
FEEASIETZ S 22025 EE2 56N, ThETRE
NETHEORD G- TRENZ SN D 5.
SREIOFHERNICIE B EVWI FENINE TR
Eh SRS N TV & SMAIC DV TE i
THBT EETHUL TN, A SRR E X
TV —Z YV THEICH L THENGRRZRLZ. Th
RS K, WES DOBZFIRRR £ Db ERIC X D TRA
DB EDHENAT 4+ 7RI TVWET iR E
MNERICEZDOTIEZVNMEEDNS.

SEIOFHEICT THIAMRRETHZ M E S MO T2
W] & IS= P —=DMREENE S DEHD 2] En
5 IHE THIHBENRS iz, ThIEEDMRRHE
THEINEIDARLTHY, £l/— " F—IZD0TH
FLETHBHTeZRLTVDEEZS5N%. Wooldridge
53RN E LIFHREFZHDAH DA A=V EIZ RN
DD, FERAE I Sickle-cell (RFFZICx L THENTEE
JEZE->THED, THIHBNTRRNZICIEZEDE T
WBT EDENTREVMEHEHMLTOS Y. i, #KE

B DB DOV TOHWIREFICBWTE 7 HRDOR%
WEHEOH T, FHCZMICB W THRERLZ EHL MK
LT ETAZHHEL, MIHhLWVEKL, FltbEmic
FLEoTWNB LKL DT EHERHEINTVS. FERIC, i
BLOD 20% DRI D RIZICRENFIET 5 T EHEWV
EAMoOTNTE, HHOIFRKEETH S 7L B ITIHR
REEFEBE L TELL ARV EEZA TV IZERETN T
%9 RMRICOVTOFERE LEARLEEEHDE
IS—= M F—IMRRETHZNESI DD TN NS T
CIHET A AL TH B EEEAOND. 2L O

ENRBNE PIEC 8 B RDOERE Y Z— EEMES 2016

BIZOWTOMAETH S, Lokt T bk
W] HBENE THLWL] EERC TV A DI AR ZICES
HRTHBLEDNS. BUED L T ARICHMEEERNE
P8 D 2 [E] S0 b C U BN 32 B AR IR AR A A
JV—ZVITBANTTATED, ZRICEVEET
MENSKIVEFELTER. LML, EQOFEICBNT
EBUN T 5 BB RO PEEREICE LU Tl EER D Hi
TW3. —7J7 T DTC &1z % Wi & (Direct-to-Consumer
Genetic Testing) & LCA > 2 —3%v rZl L CHTEHZ
3% DIk D 70-140 I 2 K G L 9 B RIKE K
NIV HRBENTVE. SHEOHFECENTE AV
Z—2w Ml L TORBIC DV TRIC T E N R R8M3
Thole. chsrvnitfict>TAr a2 —xv Mid
TTICHED - THhHsehERICHE LEDNS.
WHOERIFERNEREA ) -V T RZITI5T &
KDV TR AR FTH O, TAEDORBIL L
ZIFHIN TN LSRR & Ty OF5HH
BETHo72T D, HIDTZWE RS K FFb DORIEAZ
FANASFBLRHTES2D TR RWVWNEEZ SN
W ZHDO T EAMBICOVWTHRHNARFTH S LW
S iR FIE, B 2B O BT T SRR O fE O
RIFERE—-HL TV FHCHBOWEWETIE XD
JREECAT T ICFERAEZ SN S > 72 T & & BBk
YR, Jianfei SOBEMO I 2 =4 — 3 VHEHICDOWL
TOREFCHBNTERFOHMNEHEL T eLENTEH
D0 HEMNRNCETHETOIAI A= r—vark
DERT Ly bglrR@BLlzaIa=r— g VIKKE
TEHZEHPEEEINSE. AR—FT+ XTI Ly b
S53QRET IV LATEARENONE, BERET &5
BHoLEWVIMICERLTLESRERLHZ EEZD
N3, BUE—RNCR D DDH 2 IRE SN 7: EICBE L
FEETFREE A AOMETIHIAEFERE LTV
Z— v FHI80% L ERIMNZETH D, HEHITIER
ZIRMTZ2DE A Z—2y I ERTERD EHEL
T3 Y.
THICTDERDAHHSIE X O EANNRHENS K
ELHABZUBNEHAETTICEDK S GRTHDH S
PR TV, ANGZZEE LTETESGDZ LR
IN—hF—DT ENEEGERTHZ2MNTNEHRDCT
LThBEEbND. KOREIIEA BN EHAD
SRBHODCZE, 7I7RRAGZENRTEE>TED,
NEERICEETRENGHTH S L0 HIEERE L
ENH B NI DDA Tz,
AFHEDHHLEIC BV TR, ERERRBROR N
BETIEHZD TRNOHBAEETZINRE LIV E -
5, REMEEZVWERKL S [MANZVWREEZYT



Med. J. Shikoku Medical Center for Children and Adults 2016

2D EL AV THEDHRFINKFE] & EHKUC
BAHHTE LTHEIFON TV, HBICTN S DN
EVMEE LTHEHBL TS EHTHD, I—av /S AH
BEPARTE B PRIV -V TREEZOHNE
MHEZIE->ZDIEZTINEESHEV] ELTED, M
BEOFEMZRD &, MEMROBRZRT L, B
FARERIC DOV TOMENPKEOH RO, HHZMT
BT L, MENEROEIRAY ) VT ORME, RN
MOE=ZZY VI TEDOREKZHRMDE L, LLTW
%9 WETHDODNTORREERT V-2 T D55
PRSI RRAEZENISE (Cystic Fibrosis, CF) EN\EZ/ DY
> B E (hemoglobinopathies, HBPs; sickle cell disease and
thalassemia) TH D, TNHWRMRERBFRA IV —=2TFD
HARTA VA>Tt T W5, £27 AV AT
2013 4£|c the American College of Medical Genetics (ACMG)
MHDRfEE LT, FHTRREZEA Y ) —= 2 TRRE/ I3
I A 2 BEBEHC DWW T KGRI DWW T O H AR
FICENDT L, RBBRTEZOER, BlnrARE
FHROBEIEEDHS N TH B EMRBENTED 2,
F N RIEEDZIGIC D5 128, [EHMRIERENS C
EDAREZDBRBIC DR B ehbdh, By
VI REBALEZTEIATOREBENEETHSELT
W5, SHBERERENYAZA Y —= 7 LIz 5 0[HE
M2EET 2 LIERE L —RTROEE HICEERFED
BEDRETHZ LOMELHZ Y. TofhchE Tl
BETHEMENTVWAMELRE LT, BRIICIEEH
PHREZLTCLESELBREDIETERNT L, FiX
BOY—E AR S TR e ?, 2 DNRHRRE
A7) ==V T OWNGIHRBICHNIRAN R L, BE GEix
FERDHD) OFRTHNIE SICHELIENNE L
BBHEEZONB LR ENDHS. Ready 5 IFIRKNH R
7)== 7DV T 203 ND R NFHT B % R
(61% D PERFARHE ) ZXSICHRE L, RHEATHEVD, MK
BEROBMHICITBEAY V2T —DFEFET 2T ENEX
LneELTna v

IERT TR LB MRHEFR 7V —=0 Ji3 4 JERD
BONCEZMIC OGNS HEZT 2 05 MERDH
. SNEAIV—=2 T D547 V7 OEBRETHS
Wilson and Jungner criteria'? ICBEA % &, FRBICDWVTOD
MO OE L MER DO RAZ ENAN T THB T L,
FRAFICED R AT —= Ve LT, Kk Ez
B A% TR UENR D HW 728 L) % 75 E OTRITIC B D
HIMANDRENE LA LBEHEIND T LHEETHS.
ZIRBICDVWTORKREA I == FiIFBE52LD
71w TIVISHERTZ KT & KR W 238 IR 5 X >

LI BAEEMNH D, T ORERNGIREDO P ERITTH
T EHHENIENDG. KRR ERAT Y == T DIEMN
IEB T T, BERMEENLGAICEHT SN 5EE
A Lo Tz L HEOZERFDMBIAE 2 % DT,
Lo T EBEHINTVS Y.

KO ETEZEZ AR RIEREBOHEN DT>
Tl NS OMBICDOWTE#BMNZ Uo7z, LA,
Thh SR - HERDZ 280N T DX S Tk
IKDWTESHRL, ZMOA[EZE S EZ MDD
THET R EREETHS. REMEAFEA T —=
TICHRN D 2 DI EFEFE#RTH D, FREIRL TV
WIIN—TTHBLOWMELH . KREFXTIRS
NIEEBRRPEZICOVWTOHREA L E- 720, HMEH
KRBT SN TOVRWMENZR T &R IOV TE G
WELTHBLTWE ChizBEROEZICE>T N
) DEETFE] G ERRAL O TR, HikmE
HEHREDELTEATWSARENZ R BT KR TH S
LRbND. BHANDEREGOMEREREZNELELD,
DTC EImFIMA & U TIRERZKIIZEDZ W 2 L7z D
5T LICIIRABERND 2D, BIETREICDONT
LS EmE DT T EDTEZERBCEDDDH B LW
Z%. Zllfr-ok7 v — F&EZIL<iTD T & Tl
TREI DV THOHR E OMGHRZED BEIC LIz
EEZS.

YR

1) Ropers HH. On the future of genetic risk assessment. J
Community Genet 3(3): 229-236, 2012

2) Morris JK, Law MR, Wald NJ. Is cascade testing a sensible
method of screening a population for autosomal recessive
disorders? Am J Med Genet A 128A: 271-275, 2004

3) Wert G, Dondorp WJ, Knoppers BM. Preconception care
and genetic risk: ethical issues. J Community Genet 3: 221-
228, 2012

4) Kaback MM. Population-based genetic screening for
reproductive counseling: the Tay-Sachs diseasemodel. Eur J
Pediatr 159: S192-S195, 2000

5) Wooldridge, E. Q., & Murray, R. F., Jr. The Health
Orientation Scale: A measure of feelings about sickle cell
trait. Social Biology, 35, 123-136, 1988

6) Stamatoyannopoulus, G. Problems of screening and
counseling in the hemoglobinopathies. In A. G. Motulsky
& W. Lenz (Eds.), Birth defects: Proceedings of the 4th
international conference, Vienna, Austria (September 2-8,
1973), 1974



7) XieJ1, Ding S, Wang C, et al. An evaluation of nursing
students' communication ability during practical clinical
training. Nurse Educ Today. 33(8): 823-7, 2013

8) K 25 M TR C Y RIS T % AR S &

9) Godard B, Ten Kate LP, Evers-Kiebooms G, et al.
Population genetic screening programmes: principles,
techniques, practices, and policies. European Journal of
Human Genetics 11 Suppl 2, S49-87, 2003

10) Grody et al ACMG position statement on prenatal/
preconception expanded carrier screening. Gen Med 15:
482-483, 2013

11) Darcy D, Tian L, Taylor J, et al. Cystic fibrosis carrier
screening in obstetric clinical practice: knowledge,
practices, and barriers, a decade after publication of
screening guidelines. Genet Test Mol Biomarkers 15: 517-
23,2011

12) Stark Z, Massie J, McClaren B, et al. Current practice and

ENORBERERE UEC 2 e Bl noERYE Y 2— E¥MEE 2016
attitudes of Australian obstetricians toward population-
based carrier screening for inherited conditions. Twin Res
Hum Genet 16: 601-7, 2013

13) Ready K, Haque IS, Srinivasan BS, et al. Knowledge and
attitudes regarding expanded genetic carrier screening
among women's healthcare providers. Fertil Steril 97: 407-
13, 2012

14) Wilson JMG, Jungner G (1968) Principles and practice of
screening for disease. Geneva: WHO Public Health Papers
34,1968

15) Clarke A. Genetic testing and genomic screening. The
Principles and Practice of Genomic Medicine Eds: Kumar D.
Eng C. Oxford University Press. Ch. 14, 224, 2014

16) Chen LS, Goodson P. Factors affecting decisions to accept
or decline cystic fibrosis carrier testing/screening: a theory-

guided systematic review. Genet Med. 9(7): 442-50, 2007



Med. J. Shikoku Medical Center for Children and Adults 2016

g
I

TR %2 00C 5205 U Tz 61 S DBAS:

Clinical features of 61 cases presented with symptoms of sexual precocity

KV WRME®, ks B2, =hF W ?, B —Ep?

Akio Onishi”, Naoko Nakamura®, Tatsuya Miyoshi?, Ichiro Yokota?

WEC EE LB ERDERE Y X —

ANIERE®, NN IR ?

Department of Pediatrics”, Department of Pediatric Endocrinology and Metabolism?®
Shikoku Medical Center for Children and Adults

wy

W2 5 AR RN E REVBUE 2 13RI SR 23272 U Tz 6LIERINC DWW TRsiierz W T /T RIS GG Uz, 201k 54 4,
B THITHY, EHRONFUSLPETIALEMEA 38 I, Mhdsitif 15 fl, figodF FroEroimiflitdo,

PR 2 4, BEE LA, 28 36, AEERLIAITH .

W A A TR BRI R FEE 23 f,

KERAE 151, SUELEERE 4 61, SRHIEREOREN 141, EIFFEGMTE 161, FRERLEE 176, IEHOHEMEEX 5N T HIT
HY, BUETIERRIEEETRRAE 2 6, K FEREaR0E 15, KEEE 16, SIERES 16, FFHEE L, EREO#
PEEZ SN LPITH o Tz, HEC BT 2 BB RIEHER OEIRBROR IS OV THRE LI 5.

[MEC &b &L AaDERY X —R MRS

F—U—F  BEHSIEE, GnRH 73

BB

SEEIARIEE T F A SIS PERRRECR OV E > i
FIVEY (LR GnRH) Wi E N5 T & (GnRH &7 or
Rt ), & L <o FEIC & 0 HRIVE S HEING %
C & (GnRH JEAKAFE or RAHME ) T XM < Bbad
. MERIVEOHEINC X O BN R HICBHC 2 &
THRABEMEL 5% T &0 RIEMOETIC X 0 P
EDFEWNVEL, DM ENERENEC 25805 5.
Fiz, RICEEROLAICIIMENEREZAT ZAEH]
MENWT=DRNOMBENELE L7325,

MR e )ik

2010 4 4 /5 2015 4E 3 H % T 54ERIC, MR
7z FERICZZ Lz 6Lz b Uiz, AV 72T
BAHEIMNICHET Uz, BEPRRIEDOBZWICE L Tl
BPERERRIEDOTFS & (K1) 2BFICL, ¥
RIS EZW 21T > To. BHFEER Ol HAR NN EF
W7 b5 A% VTR L7z,

E5
1) Lotk 53 DT

3:32~37, 2016]

TR BOIFELR, @Mftdtim, ORIEEGN%EO I
T RhREYOHINTSH 57z (X 1).

i) UEREAE FRICZZ LR
FEBIE UL 38 FERI THNARIEZE 2 1R L 72,
FEFLE TR EFIDREEEE D H T R OET
RS EN oo, FRREEEREREDE TR
PERUSARIRICHEI T U7z, ME— GnRH 7711 Z iR 0D
G & 75 o o R EE T RFERED 16 & B kY
WD 1 f 23R T 5.

X 1 APRIEEERSIEOT51E Ok 1 & O —EfHkk

| EHz
a) BIROEER
1) ImKFH CRER. BE. BRESOHSHERERBNE B,
Q10 mARH CREREZEHD.
3) 11 mKRECRE. O DREPEEDLY 245,

b) ZRDEIER

)76 v BRBCLBHRENE B,

2) 8 R CIRERE. ERIMVNEEBRILEFONEREA
HBVIREHEDNE 2.

3)107% 6 7 AR CHIRZEH B,




ENRBNE PIEC 8 B RDOERE Y Z— EEMES 2016

1. 2ok 53 ERNC F54) 2 MBI F 773 1

# 2. AWK 38 ERI  ZZWRA R DA
BH2E AR MR R Bt IEEEFEN
BEYNERIE DR EE
JEBI3 17451 13451 1451 7451
VP ER

| RRE 19~ A 7i%24 A 7i%34 A 8i%0 A
(BDFH~REFR)  omerB~51v8)  (5E1yB~78%1048) (78574 B ~9%%2~ A)
FIREXRHY 1151 12451 1451 5431

B E#

_ mRfE 1%77 8 6#%104 A 6m5 A 84y B
(BDEHR~BRFR) (15758 ~a65H)  (5Eer A ~8E 114 A) (78104 B ~11%24 A)
B EHRE ofF] 415 offl 2451

(1FLLE)
AE I £ 18451 0E 1245 o/ 1951 I £ 245
Tanner Stage mE 14| I % 345
M E 241
fEE I £ 18451 I £ 1245 I E 15l I & 515l
Tanner Stage O0E 14 I /& 241
AR HL GnRH7 + 0% 1 AL L

Gieffl 1) 51 7 H, %
Fik AL HER
BRME 1 32520 1M RTICFLEBRICKUT &, Y232,
AT R ¢ B 108.5em( + 0.42SD), {A&H 19kg( AE i
5%), FLFE Tanner I, [2FE 1 i
MERRE :LH 0.2 mU/ml, FSH 1.6 mU/ml, T A h 5% —
JU 8.9 pg/ml, DHEA-S 23 ng/ml
B D64 r H
R R | A DA T B Sem B4
LHRH £ i &% %% : LH T8 & 9.4 mU/ml, FSH 16.3 mU/
ml( £z W2 D B 75 HA Tanner2 ~ 3 12 35\ T LH JEf# 5.7 ~
18.5muU/ml (ZHk 1 KD )
BHB MR KfRdAT R L
Bl - LHRH B feadbiic TRERMHY DI F F oy
DN R, HEES MRIIC TRENRERRINTE
Tesh, FRFEMEREHEIE L 2 Uz, BFim O,

EROWEMZRD TS, RASEZEREL T 4 JHH
I GnRH 77 F- 11 7 B R i (Y0ug/ke) Z2 flha L7z, 1%
Fltateld MR, WmERE B IHHIENTVS.

Uiefl 2] 73 7 H, K
Fi  FLEMER
Bl 2 M X 0 FUBITHEIRDOFHRAND 0, YRlZ2.
BT R 25 Tanner 115, FEE Tanner 1), H 7 =
F LA L
MR © LH 0.01 mU/ml, FSH< 0.05 mU/ml, T k<
27—l 871 pg/ml, DHEA-S 25 ng/ml
NEASER AR AT (ER 1) @ AIPEAEIC 57mmx48mm D
FRTERZDH D .

i ) MR E EARICZ2 LR
JEBIEE 15 SEFI THERIZZE 3 I/R LTz,



Med. J. Shikoku Medical Center for Children and Adults 2016

Bifg 1. BEERT O— (JRHED : OPHEEEE )
2 3. PEasthiin 15 5E61  E2WrRta R 0558
PIRERERRERE BHEMIMEEE IPREEHE
(FFF 10051, K BEAE 1451)

En 11451 341 1451
TE2SH A F &
o TRE Im57 A 6m0 A 7m6 A
B EE~BREF) (8#%24 B ~98%8~ A) (a9 A~7877 A)
FIREXEHY 1045 315 1451

B

hRfE 117104 B 6i%347 A 78758
(RDF~ &5 F) (10894 B ~ 1289+ B) Mﬁw%~ﬁmvm
BEnEE 1041 ofl ofl

(15 E)

AE I/ 345 I /& 345 I FE 15
Tanner Stage IV EE 8f5l

f2E I 141 I 3451 I 1451
Tanner Stage I & 34

I & 7451
AR GnRH7F A% 9fl L L

i 0 I R b a ¥ ERMED RN VOIS LTI
AL TIVF—IVEEHIC LR L TED, RMMEEEHR
RIEREE> Tz, HENBREIC TINHEEEZRD 2729,
FE N OO B R W JEERAE R O R D R Rl 5 L
Tz, ZEMDS 2 5 ARRICT A b T I — U E R E
Kt xol, BEEMRETHER7 +ru—2{ro/z&C
5, BEIRAICHVNL, 57 ARICIHE LTz,

FRAR P A A LR E Tl E O e, ROt
172> Tz, 11§ 9 51 C GnRH 77 11 7z Bikis L
7R, ESEHIE DM RN TH o Tz, HEESY
BRI FERR OMEES IO TIE DT, VT
NOFER & B r AUNICEIIZER U7z, 1N
M5 37 Afk> THhEDXZZTh o iz, BN
WRENREDNTD, EERMA CREOMENTE R
Moz

i ) BRI T2 T K b 0 S b 7

Uik 3] 355 7 H, &R

EFF - dF R ool

BIRIE @ 3% 1 7 AIEIC Cushing #7238, il
TRIBNES OB E A0, 352 v HEICEEH i
ZHifT. 35 r HRFORIMICTIdF Fha ey oy
mZzzdrz.

ERPTRL © #L55 Tanner 1, [2E 1), ZiilcH 5E
bo, KEEBERFCHE, BEORKIEXSD D
M7 LH 1.1 mU/ml, FSH 7.8 mU/ml, TZ + 5 4 —
JU <5 pg/ml, DHEA-S < 2 ng/ml

B 133 7 H

LHRH i3858 © LH TEfE 12.6 mU/mI, FSH 20.2 mU/ml



JRERHARR : L S ISR £ THRERDIEK TH Y.
#Ei SN D DZEORIBY Y Fay VICRBEEN
THIHIE NTAHIR REB « NEAKDS, INEORIET > R
07 MR RIS HEOERNC KOS U7z Il U7z, FodEl
BRI o1, ZDI%, 57 FhaEIZHAICRREL,
RN OEITRIERS Ao T

2) B 7 OGS

FERIEUE 7 HITH O Wiz £ 4 1TRT.

GnRH 7" F 1 Zia#i 217 - Tednl MR 3IER D 5 B,
HBUR T EREARE, &S ORI Z R %.

el 4] 1% 7 7 H, 5BR

Tk RREEA, BE
BUREE A TREROBRENKEL, %2y AKELD
BRENMHB L. Z0R%, RLICBEDOHEK, BED
BEnERS Iz, LRz
BAFTE © B 90.4cm (+ 2.
JiF 12.2 %)
fREFERE 7Tem, [ Tanner 11, FEEAEiH] 5ml
MERRE © LH 2.3 mU/ml, FSH 1.9 mU/ml, 5 Z k A5
1>/ 450 ng/ml, DHEA-S 34 ng/ml
LHRH & fiiakhi © LH TEfE 27.1 mU/ml,

FSH TEAH 4.8 m U/ml
BRI (K2) @ 1REEK O IEROMEINSG 0.
FHERIG S MRI (5 2) @ R RERICE RN R 2 8 7%
W% lem OffiEH D .
FEi © BUR NAGHEREOZMTICE > o, FiO#ES) &

7SD), 1A 14.3 kg ( AL

ENRBNE PIEC 8 B RDOERE Y Z— EEMES 2016

M, HFR TR TAMARIERED S, BRI
FIERDATH > Tetcd, FiiidfTH 9 GnRH 77
0 J s URGEBIZ L 75> Jz. GnRH 77 11 J [illa1%
BEROIHIMIENT VS,

UiEsi 5] 357 7 H, B
Fik L mEE, RBEEK BE
BUWRIE @ L E X 0 2R, 3 MK 0 EEMNHE
U7z, I Tams R, PR AR 254 & 4Rz,
EAAT A © BE 109.3 cm (+ 3.1 SD), &= 21.3 kg (I
5T 15.8 %)
[Z2£ Tanner IVFZ, [27E Tanner I/, F§HA ] 3ml
AeqE Cushing #fR7x L
B 3% 8 7 H
REMHR (K 3)  1iglE L b, BREEAREOENEZR
bz,
MERA LH 0.21 mU/ml, FSH0.14 mU/ml, TZA +5
A—) 9.6 pg/ml, 7 A kA7 1> 503 ng/ml, DHEA-S
2320 ng/ml
HEERE R MRI( {5 3) © A FEIEIC 5x4.7cm DREREH D .
NERICERIED D .
FEaE A RIE S OZ K. FERN®RICATa AR
AR LA, itk 2 7 H 1< LHRH & ik B & 17 0,
LH TE{# 18.9 mU/ml, FSH2.6 mU/ml, (58 IR o> B % 1]
Tanner2 ~ 3 1235 C LH TEf#E 10.9 ~ 20.6 mU/ml ( 3Z#k
1&0) L BEWHYDIF R o romnkz R
7esh, R EEERREICEIT LIz 2 T L, GnRH
7 a JiaERELE.

F£ 4. BHETIER ZRoRAONHR
PR tESERME JKEEE FHERTE BBESE BRREE EE
BEHERE BELHE ey SHEN
FE15I 2% 2451 1451 1451 1451 1451 1451
VI EER Domsy B 98574 H 1577 B 377 B 5534 A 107%04 A
@10m%117 B
XK OEFE Py REHEKX  [EE#EX (£33 ILEREX
Q%E
BEE D120 B 115%64 B 38y B 10852+ A 58347 B 10%%14 H
@134~ A
BES=E O faleml {8 10m| {5 mI 4 2ml FE{RI3mI I faleml
@ falsmILl E
(=2 DoE IV EE 0E 1E oIE 1 E
Tanner Stage @NE
GnRH gL HY HY HY L L
7404 (L 7%
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GnRH7F0O%

——

2. BURHIER (B 4)

i 2. S MRI IS (RHT © R SR E)

B

ARRE TR PED T FR G AL R 38 ] & 8k il 15
BIcHEROHE &<, BENFEHRICED DN
TR T2 2IEFID RN L 7z, @24 TR
MEENRIIEN R 2 STz, BIEOTFRISBEER K 2
B, B2E LB, 2R 36, AREERLIAITHD, KE i
TRIMEGROZIL TR S GBaNE Mo Te. LML idw
ICERERRBOEIENE < ZE o 7. GnRH 777 1 7HHIE
e SRR T FE O MR AR B IR RIS BV TER 2
BATITODN TV,

GnRH7F A%

ES A

3. pEHARR (LER 5)

i 3. JEFRIERS MRI G (bR, OQHT BB AR )

1P D HR M SR I L FE IS B\ T EN O T EE
FM LB R FIE 70-85% @ 2. D5 B, 6-8K%IC
bR E B HEE R TR — R 2ol T2 B a0 9 &
TN, 20RICHETTS B (3-6 7 H T RIS HEST
S REBINZEK 6 cm/ 4F, FFH 1 FEUL LORERE ) 258
IRV AT AR BB B B T2 DI AT
WERBZRNETHZ L INTVS. £/GnRH 7)1
T OEFEEIGIEREIEICE L TRREKOMENE SN
% 6 AT CIIHER I N TV B, 6% LAE TIROHY



HEMNHESIC DOV TIERNS U THRD B L ENTNDB ?
18, JEFH BB RED OISR ETH 5. JEF] 1
FEER, BERINRE L ICEERE D LIERRD T
728, MABEME A% &E2ERLTGNRH 770
TEEOMILE Uz, Ath 3 FlC & OIEtE 2388 T2
22O ZRMEEOET, SEBENIREERICREL 2
e, BEEREIR VIR L. PRz ERRICZ
2 LT iR BEHRAIED 5 B, GnRH 751 J A8 D
WIS & 75 - T2 IFITIE, MAS EDOUE IR TE R0,
AR KRG EFE L OENE LR ENZGERARED
EMNNEETHEC L2BR LT, RRESE R T,
ZHEDORM M EENRRIEIC BN T, AL
FEUN SRR DSERE AV <, SNHLAEEE > McCune-Albright JE
IREEE DRI KE L 2%, F22AETECSARE
BERDZIERHAE TH . IPHEFETIE, BENDS
BRIV E Y DR ED Ted, —RNEAERK,
PR 2 2R IC 272 T % Lﬁb%@@%ﬁw%mﬁ
RIVEVDRWHBEE S0, MRIVEYNDIREIL
W &R0, mﬁ@wﬁﬁ%#b&m%Abzn
¥z, 2i%h 5 8 E TOR 5em LU DY HLEEE 92 i %
Beat U 7o Tl 75% A EZGRHEL, 23 il Falihdps s
THo Tz (13 HIHHENE, 10 FIANBAMEIEDD ). fEf
2 Tl 57Tmm DB KSR EEE 250, FERRDZND
HoTM, FORBISEO A TIEEER I % < BIRGEHE L Tz,
4-8 EH DT EENRGE T + a—hDHEREE N T3 Y. 5
RN RO N LTS A 5 3B E#E LT
ZEEINTEL, TA NI IVA—)IVIZRIERERIGTH -
7oy, DNERENEMN G TICIHIB L7212 TdH > I AlREMEIE &
ETERM o Tz RFERCE U2 AEAIIEK R - R
(A - PERRE O — R RIS BIPEICERd 2 L B2 5N TH
D, REFRDFEHOMEICHELZVEINTVS .
772, FLEEHE R OIS T FFRIC FiR Pk U B R R
ABITT B ETRT AR ANEENTED ), Fi
WKREENRETHS. FIBEEG CEREIBEY > Fay
VBRI W E N, IR NES, FERAANOMIHNES 5.
TR BICIEZEIRMEY ~ Far Vo T & & il
NTWAHR R, FERADEFNICKIS L, GnRH, LH,
FSH O TS % & & THIR M EEIRRDE T 5
EEZHNS. JEH 3 TEHRMEEEIRFIEICZ D D
Fih, Tk, “XRUEMOETTIZEL, LH, FSH D%
WEHARICBE L o7, PREREHRRENT2ICKE
TI3ME7 Y Rar vy \ORERE, REHMAESL L
TVWAAREENEZ 5N 5.

B R EE R FEIC B VLTI, SEED 70-
80% &% <, MR NEBEERED RIS D502 5o, il
ICRIERIMEDFA & 72 % 2V, SER] 4 D X S ITHK FEb

ENRBNE PIEC 8 B RDOERE Y Z— EEMES 2016

WFRAEIEER 2 h 3 LA T THYE LEdic#ElTd 5 2 &,
PHUCHRHREIRE S C eHENTVS Y. F i,
BIROHHAME BB RFEIED 4 BN MR 2EAT L0 K
Pt (PIERRHERRE OBUE ) Z 1D 7R W BHER IR A Z 508
20 LENTEY, (KEHHOFEIOMFRHYER T35
BERENRETH 5.
BHEOXMEBERARIEICB O CREIEEE CEEE
DEMPEEDHRZMES . JEFI 5 TIEAER 3 & [FAkkD
BEIPIC KO, I AR B R ISR T L T2 72,
GnRH 7t 71O ETH o fz. BFRREEIIE
BaemEd, JKNE LTRIBY Y Fay >y o—kiEE
IABFEKRE ENTWEW, SEIEHERTE a7 5
HOBERICHONSAEMRE, HBEHRHICY
a7 L TZA My U EinLzfERErs & &
NTHH, ZIIXEHNELTIHREBEOREIT R,

Fioi

PERAABUR 2 FERICZ 2 U 7o FAERERER TG 72 £
LT, RBEHROATHEZVBELZ 0D, 1H#
BHAAFEHE DI W SEB IR ETH D, KTcdeE
MR RELZTEND D, 5B EMNZHERICEED N
TR EEEZ 5ND.
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The genetic analysis of three cases in hyperinsulinaemic hypoglycaemia

A LY, AR Y, EBR VR Y, =i WY, I Ahn Y,
RS 76 2, R —ERMY, Ao BV
Mari Matsumoto®, Toru Kuboi®, Wataru Tamaki®, Tatsuya Miyoshi®, Yuka Watanabe”,

Kaoru Okazaki?, Ichiro Yokota*® Maki Moritani”

WEC L LB ADEREYE Y Z— BRI INES ) LERIEE Y,
BEEFERRBTFERE Y 2— BERNE?, NENSW - REINEY,
BRI skE N

Laboratory for Pediatrics Genome Medicine, Department of Clinical Research” , Department of Neonatology,”
Department of Pediatric Endocrinology and Metabolism® , Shikoku Medical Center for Children and Adults
Department of Pediatrics®, Kochi Medical School, Kochi University

wE

EA YA ViR mgERE  (Hyperinsulinaemic Hypoglycaemia, HH) 1%, > AU >~ ORI IBIC & 0 (K ikE % % 7=
U, ¥ HISEE CEE RGO MR ENGEIER RS 728, [EARMEEZH & EY) RSN EE TH 5. FHIKERLE T
E LT Kae F v IV 1L T (ABCC8, KCNJ1L) EEMNFICHIENTWVS. FAIZ, 2011 4£ X b Fra IREA O MmkE = &=
FRET BRI A AU VI RIUEE & 20T E N 3 fERZ A4:ic, ABCC8, KCNJ11, GLUDI, GCK, HNF4a 5 &
U HNFla B85 IS DWW TERIREINT 35 X U ABCC8 SEIn D77/ LAkt B O Mgt 217\, ABCC8 E{L 1D R836X
L RIAQ ZHE[EE L. TD S bEREME Lz 25EHIC DV TIE, KRB TN DZERNREKD Kup T+ 3
IR TERTH S L2 R L, ABCC8 BT DA > A VIMYEMEZKOBEENZ R Uz, ftho LIEFIE, 45
[EIfENT 21T > T2 0T NOBIE FARB XU/ LAGERE &30 h - Iz

Abstract

Hyperinsulinaemic Hypoglycaemia (HH) is a disorder characterized by an over secretion of insulin leading to hypoglycaemia of
infancy. Prompt recognition and appropriate treatment are essential to avoid profound neurologic damage. ATP-sensitive potassium
(Karp) channel genes (ABCC8 and KCNJ11) in B cells are known to be the most common cause of HH, also described as congenital
hyperinsulinism (CHI). In this study, we performed mutational analysis of genes in ABCC8, KCNJ11, GLUD1, GCK, HNF4a and
HNF1la by sequencing in all three patients. CNV(Copy number variation) of ABCC8 gene by MLPA (Multiplex ligation-dependent
probe amplification) were sought in a patient without mutations by sequencing analysis. We identified two mutations in ABCC8
gene (R836X and R74Q) the cause of diazoxide-unresponsive K, channel CHI. Moreover, these two mutations were confirmed
paternally inherited implying focal lesions. None of mutation or CNV examined was detected in case 3 patient. Identification of
the molecular alternations allows us more accurate prognostic predictions and enhances the management and surveillance of CHI

patients. Clinicians should consider adopting genetic diagnosis enterprisingly in patients diagnosed with HH for accurate prognosis.
(WEC & eBLROERYE Y Z—FEAHEE 3138~ 44, 2016]
F—T—F ! @A AV VilEKIEEE, ABCCSgene, iRz

Key words: Hyperinsulinaemic Hypoglycaemia (HH), ABCC8 gene, focal lesion



o

A2 AV o P AK B SE (Hyperinsulinaemic
Hypoglycaemia, HH ; MIM : 256450) &, > AV YV Dif
Floywic & o Kifukiz & 72U, HAdVIARE CHEE LY
BT EINRBIE R T 728, T Oy RS EE
TdHs. EFEF, LERERA AV VifE (Congenital
Hyperinsulinism, CHI) & MR, THeRitE) B XU TH
AVINCED SN Z ] ICHBEENS. HAADOH
AEBCY T2 0 OEMFERIZ, FFiMERE T 35,400 NI 1
A, —EPEBETHRI 17,000 NI L N EHEE NS V. KRk
Y ICIE, BEREICIERE Lz plazZilo 2 U AN
(diffuse) &, FRJGPEDEIEHZRS 5 Rtz (focal
lesion) I HE NS, EE, FRgithaE > AV Vi
MAEREDFEFEIRIK & U T, %ikd 5 H—@ a1 R5EST
J LRESERENRE SN TV ). RLIREGA >~
AV VIMFE D KEAR T LR F 2 R T
FREBETFELT, Y7 VFEYA FRRED Ky
F v 2IUEE A 2 Z) VIEDRN L I NS 2. K
F v Vi, BEBMIRICHEIRY % ABCC8 & KCNJ1L JEI%
FICEDI—FENSB SURVKIr62 YT 2=y k&R
BICKOMKENS. DOHETIE, K F v RIVEET
ICHRHE DD B350, focal DFEN R <, KK 40 - 60%
INTEEN, 80% LA L& EBHB T LMWL ERSTHED ?,
D JRAE MR ZE D YIRR T & < IRIEIC B> et &

# 1.
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H2". TNELOFERXD, FTHAN Kup F v 3OV
A Y A VIMFERERI T, FREERD focal/diffuse H2 7]
WS 2EN, ZOBRDIERTEHZIET S A THE
TH%. LML, focal/diffuse D¥IFNZ, RGN 51 H
MDA ARETH 5. FERMIIETY TV F T A FAIS
PDEA > AV MR BERE OFERI T, FIEFIH &
O B IC TR & U CRIZENENT 2 fifTd 2 2 &
W, NEHYIERDATREDN S DHIE, sl R iB T $ A
EICHHTH%.

Z OMDEA > A VAR UREE S E S K& R T &
L T, GLUD1, GCK, 2000 4 LA [#%, HADH, SLC16A2,
UCP2, HNF4a 35 X U HNFlo 75 & O M —3& 15 7 D5
TN, ThbD% R, @A YA VIEREO S —
BIRETHZ Y7V FY A RIERICHENEZRT. R
IZ, MODY (Maturity Onset Diabetes of the Young : 5% it 1
HERERY) 1, 3 DJKER T & LTHIS5N% HNF4a,
HNFla B FICDWTIE, ZRZRDIGE, —RNIC
RMBEOREIRDEER L TE, FERIICHERIE 23 0ET %
DATWENT EAREEND Y 2, ZROMGZTT
ST ENEETHS. UL, LU 7zEETFOZARMN
EHRIZB0-60%ICE EED, RADEKERFDFED
RMENS. ChH0BERZE &IC, FER - NNEHO
{RIMAEEE T, s DR ZET - RN E BT T
 ECEEBEZZNBEDERETH D, Hiic B2
EFDEERDVREATH S.

Fe RV A > A 2 MED SRR AR 1 & IR 0%

s

SRR RT3 & UV IA

~N
BRE, il

ABCCS
UT S RYA K

AIGHE KCNJ11

(Karp T v VIR - 54 )

AR/AD, focal/diffuse

AR/AD

TV XYA R

:Ftﬂi:,‘—%.
ey UCP2 (UCP25 % iE)

A VA U RR I E
SLC16A1 GEBEhF %)

GLUDL(Z /v & X ik R R AL+ 52 )
GCK (Z /v a % — P a7 7H)
HADH (Short chain hydroxyacyl-CoA dehydrogenase /X $8JiE)

AD, &7 =T IIE
AD, [P 5

AR

AD

AD

AD

BEDRIRER

SGAHAN

A N U AR A VA Y E
RHEAD 7 AV 4%

=

HNF4A (Hepatocyte nuclear factor 4 alphajit{s - 52 i)

Beckwith-Wiedemann Jif {6
Sotos JiEfERE

Costello JiF &

Kabuki JE i

Usher JiE B

Timothy Ji G HE

Trisomy 13

Mosaic Turner Ji i

UTER 7 e

.

Congenital deficiency of glycosylation 1a, 1b, 1c

AA/NRBISATE, 115%11%5 1727-1735, 2011 —5UGT,
AD AT, AR E Y ERSERYA
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2011 E K D AN - AN OAR IS 2 3k & 9% 3HE
% %t 5 1C, ABCC8, KCNJ11, GLUD1, GCK, HNF4a 5
XU HNFla L FIcDWVWT, YMARICBWTERY
FIMRET 2171y, ABCC8 im0 R836X 7 2/t AZL R,
R74Q S ALV AZLHZFE L. EHIC, ZREFREL
7 2HEBDRRICDWVTEMHT LToRER, b D4R
MR D Karp F ¥ 2V IEE A 2 AV VIED K T H

2CERBULIEDT, T b ORI DN TIEN
3.
PLES

SFEBDE A > AV il MAK M AEE IS B9 2 & AT R
E 2R,

GiERT 1] Hifs 0 (CEf% 4 KR, B

JEER - WA BRMENR, MERRTPRRRD TR E B
L. ®PEhm. 1EfR 4138 2 H, ARSI THIA. 72k
HEIHL MR B ERD RN o Tz, HAKRE 3,625 g,
Apgar score : 7/10 (1/5 53{E).

B AR 4 BERITRIC, 299K, BIEBARAR LD F7 / —
Yix 8 xRS, KIMPERED A > XY VA EME (11.7u1U/
mL), 7 b URIRETH D @A > A VK EE &
ZhiEni., 7uryVtL (mRAES5E 15 mg/kg/ H)
BEGeEZONTZD, b RAXF 2 10 pg/ke/
day O 525 Lz, a2 bo— )L AR THh-
7o, Hifi 521, K& HW THERWEEIC ARBii%
&, U FAEZTF v ORkiiS (16 mg/kg/ H) TERL,
Kare 7 ¥ TV TEROH M Z KRG T 2% 728, Ei
MR 7 i L 7z

KIEIE © R O RDF LR F e > AV K
IR E C A A T T

FEYIbRFA © 7 L. '°F-DOPA IC & % PET T focal Dj%
28 7 RSB HERR L 7Y, YIBRIN#E A& TdH - 727z
B, YU RRAXFUTEHLTVS.

x2. AR
FERI 1 B 2 SR 3

PER % E L8
FEAEAE D Hifii 0 Hifs 1 Hiiii 0
{ERRIAEL 41382 H 373 H 3350H
HIEAE (9) 3,625 (-) 3,422 (+1.2 SD) 2,351 (+1.46 SD)
1k (mg/dL) < 40 HIEARE 12
A > A1) > (ulU/mL) 11.7 59.3 9.56
Bt N g (mmol/L) NA 0.026 0.01
HEEERS RS (mmol/L) NA 0.205 0.125
T UEZT (ng/dl) NA 20 134.5
o RFAR
SIIEE T pii3 pi3

) , N - N BRIEBE
HIZAE < (RIS FEE R F7 )= F7 )= g
TUY—F e e Dol scemam

GiEG] 2] His 1 (CEf% 17 gD, B

JE AR - AR D BRSNS, WEAR PR AL S N E RE R L.
2 WU, 2 #%PE. 1ERR 37 3 3 HIC TE EYIRIC THIZ.
fAHE 3,422 g ( + 1.2 SD), Apgar score:9/10 (1/5 73 {#).
BRI - ARG, N2 Z2EH TN, REIRER
BlifTH-o 7. % 17 R X O MMERFEAEIC KB F 7
J — X7z HmIER S MBI s,

R AT R AR MBS CGlE RRE) RED A > AV Vg,
593 plUu/mL L @&l TH ST &, B FaF Bk
0.026 mmol/L, ;i#EAEAARELX 0.205 mmol/L TH B T &
BRDITBOEA VAN VIR EHE & 2k S iz,
HXO Y7 VFHAF (mAKREGE 15 mg/kg/ H)
OFREEBEo MR, V7V FEYA FARGEEA
YAV VIMFETH B T L RBEINzlzd, AU L
AF RERE FEHFTHB L & C A L < s
U7z, FHERMIC Kae F v XIVBE TFEROG T KR
T2, BIFHMREZEM L.

KGR - fFraddRNE ek L.

EGIBR T4 © 72 L. ""F-DOPA PET AKfitifT.

(ARHS, FNUNERBEEGE. 18, B15,
47-50, 2012 )

Uil 3] Hin 0 (E4% 1 IRefd 25 73), i

JEAERA - HIAEJE @ BORAERR, URUR 1530 6 H TR 5
e (Placental mesenchymal dysplasia ; PMD) %
B Nz, iR 2238 5 H X © Ya R FE T AR E B
1AR%0E, 1RFPE. WU 33 3H 0 HiCse ik ¢ £ Uik
WO A U, HAE{KE 2,351 g (+1.46 SD), Apgar
score 6 /6 (1/5 53H).

BIR I © AR X 0 SR O KIS 258D Tz, F 7z,
AR AR I SR, C N TIPSR S FR 2 8 U 72 Ay, $H
BT IT M REE 1L 23% U 7=, Beckwith-Wiedemann JE{%
B (BWS), @ > AU Vi KifnksiE, FrElkd, K
REI Bk E N,

WA R MBS 12 mg/dL BF oD A > A Y A%, 9.56
plU/mL E EETH ST &, B FoF U EEEE 0.01
mmol/L, 5 &S A #8 1d 0.125 mmol/L T@& A Y AV
MARIMBEIE & B S Nz, £z, BWS DREHMNT,
fth i 3% TR AR A 35 L U UPD, CDKNI1C ODE{R
B 2 i L7z, G band:46XX [FH, &R YET
11 FREARERICE 7E R L. kg (PMD ) TEY
A %7 % 23-29% 0O UPD(11)pat Z & U7=. i gIRAS I,
BT I, ERE ORI, HREEEHRERIE, UPD(11)pat H#H
L. HBFERRIM, B PMD 80 CDKNIC I B H I
Rzt ARIMBEDEREIE, PT7VFTAEF
K#h & 13.8 mg/kg/ H) OHRETEZHN, Hlikds &



UTFENZED NI/, HZRIE LUz, &EMIC
27% Glu:GIR 18.1 mg/kg/ 77 £ THER G EZE L L,
VTV FYA RO RN L, Y FAXF D
HifEERL, @A 22D VMK MEED Ky F ¥
FIVEIETFEROERZGE T 5720, B 2AIRHE
EEEL .

RIFIE - Fridd & Lk L.

YRR Tl - 72 L. 6 H Ciagi A%,

Jiik

GEAR2ZZ RN S O/ RS IRATIC DWW T
AREFZEE, TPHECEE B EDEREZYZ— ] fa
HEEEOERBOE L, T W7/ L« BTN
KT 2 H A4 RS54 > (H25 SEeRET B B 25 3 4)
BXU NBRAHIMEICET S04 RS54 2] ICAD
KLz, R, BFEBXUTIHKEKEOVWITNE, &
filc k2t nkitHzEZ), AV T7+x—LFavty
MCEKOBEWRENTZEDTHS.

<Y T IVO LI >

7"/ Is DNAiZ, HE N U TSRk O AR ifi (4 i 5k &
Dl L7z . DNA ol id, HikE# (EDTA - 2Na)
ZhZ TH MU 7z K AY M % Wizard® Genomic DNA
Purification Kit (Promega ) Z{#f L 1 ks a—)Lic
PE> THI L, DNA#ftkE L7z,

<EAVLT N—T T VAR>S
ABCC8, KCNJ11, GLUD1, GCK, HNF4a 35 & UF HNFla & {z
TFICDOWVT

i B HIFICFEIR T B K F v %IV, Kir6.2/SURL D 2
OV T2y bONTO8EEAL LTHAEL, Th
Zh, KCNJIL iE{ZF (Gene ID : 3767, 1%V, 1,173
5, 3907 3 /) & ABCCS jii{s (Gene ID : 6833,
39TV, 4746 1, 1581 7 2 ) KORERKENG.
11 TR ARG 11p15 fHEKICNiE § % S b DR I
WREFSIRIZZ MM T 0, F v XU AIC RS T
ETA VAV b iEL, Kbz EC 5.

GLUD1 #{£T (Gene ID:2746, 13 =7 >/, 1,677 thkL,
558 77 X /) 1, 10 FH kRN 109233 IChiE L, 7
VR I VEBKZEME (GDH) Za—RFLTWa. AR
RICEMRERPEC S L, S FaVRUVTOI TR
YA TIWNTITINVEZI VBN o N TIVEIVEEET VT
ZTIARENDEE, BED ol b TV R IVEEHVE X
N5, Thicky, HilaNATPREN EAL, 1AV
Y OBFI AT U, KR 2T 5.
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GCK j# {5+ (Gene ID:2645, 10 7Y >, 1,398 Mk,
465 77 X /B) 1%, 7 /QOARRIE 7pl5 IChiE L, FV
aFF—¥E¥EI—RLTWVW3. pildO/ Va—2xt >
P—DWEZRIZLTVWDB LENTVWEARERIE, HAE
MR DM 7 L VS Tk R E IR BE R 2, Fr77 Y
VEFRTMODY2 Z &z 2 eAHILNTEHD, 1EER
DZERNET % &, IR M MAEEIC IS TRV @R &
A VAN VWS BT, EA YA YRIEEEZ
9.

HNF (&, DNA O#z57% Hilffld 2 s & L, 50
EEOHENCE G 2GR 7T, BECHIL, TO¥%
ERA A VWIS LTWa. HNFEIZFOHT
&, HNFda & HNFla 3/ KM > A Ve D 5 KE
BT THBHT EMNMREIN TS, HNF4a Eix 1 (Gene
ID:3172, 10 =%V, 142550, 474 7 2 /) 13,
20 HY kB 20913.12 I &9 5. % 7z, HNFla#
{7 (Gene ID : 6927, 10 = 7V >/, 1,896 I J& &}, 631
7R/ W) F, 12 B/REOIARN 129242 1C(ET S, W
BIn I, BRERAMOR Y LIVERTHRKRIES A VA
U Ve &L, BN TRIMED S & iE~NEIT L,
MODY1 B XU 3 ZFIET 2 T ENMEETN TV,

ARSI fER & O i U7z DNA ifA (50 ng/uL) % W,
ARED (FINERBEERS. 815, 815, 1-10,
2012 ) DOFRIHE > THIERIGZTTD, FrETY —
> — 7 >t — 3130 Genetic Analyzer (Applied Biosystems,
Thermo Fisher Scientific, Waltham, MA,USA) 7% ] \» T
FLld 5] 7 fif i U Tz, B R T i 1& Sequencing Analysis
Software ver. 5.2, SeqScape® Software ver. 2.5 (Applied
Biosystems, Thermo Fisher Scientific) % FHU 7z,

< MLPAEIC K 27/ LRGSR OG>

kD= T RETERHTE RV IV Y
®, BIEFHMOREK - EHOMG 217> /2. 5l
F L7z SALSA MLPA probemix P117-B1 ABCC8 (MRC-
Holland #1) &, 11p15.1 iC /i &9 % ABCC8 E{: T4 39
IV VK URRINCHR T 2 T —T 28 H, a¥—
BORFEOHMEMGT 5 LNTES.

DNA # f& (10 ng/uL) % M, SALSA MLPA
probemix P117-B1 ABCC8 Z{ifi L 7’1 s a— Licfit>
THEIBEMGEITY, FYETV =y =TT Y —TT55
A2 Mt ZiT o 7. WML, Gene Mapper Software
ver. 4.0 (Applied Biosystems, Thermo Fisher Scientific) 7% Fu>
Tirote.
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3. B FERORR

iE 1 JiE 2 JiE 1 3
BT ABCC8 ABCC8
PR c.2,506 C>T c221G>A FelFlE
R836X R74Q
F AT R (~T 1)
RS RFMLEE (~T =) R (~F 1) _
RIMHR (FFE)
[zaalis GIERA T EN Ko RKEAT
FHEBEE R T M 2
=P P RREF P RREF VT RYANR
6 H TR RE

EHES

JEB 1 Tlk, ABCC8EIZTDIY Y 21 D 2,506 ikt
H (3 R 836)ic CGA 5 IGA D7 )LF = (Arginine:
R) MB ARy (stop:X) &ixdF >tz AZ 5 (c.2,506
C>T (p. Arg836X)) AT OHSAETHE L (K 3).
ARZEFUE, WERDZERTH % ©. KR OFER, BEDR,
RITOMRRHTEH LR UNAT DA RA R 2R L.
X5, FERSEER A > A iR ImEE & 2 W
TN, I CICKI R Z 1T L7e R DMRIC, B&EE
[ U R836X F 2t v AL H e R ERAGARTHR L (K
1-a).

JEGI 2 T, ABCC8EILT DIV Y ¥ 2D 221 tfikH
(I R74) IZCGG M5 CAG DT )IVF =" (Arginine :
R) 5743 (Glutamine: Q) ¢ %5 I AV AZE
(€221 G>A (p. Arg74GIn)) ZATFOESATHEEL
To (£3). FKRMTOFR, BEDORICHEE LR ULR
ZNTOEGARTHRE L (K1-b)., RERE, MBSO
ZRTHO, EROKSEELROFFMERE A > AV Vil
MRIMBSEDRK TH B T ENMEEINT NS 2.

JERI 3 1. SEfTo L —BRFAERICDOVTIE, W
TNEEARZFAEI NG -7, THIC, ABCC8 DT/
LRSERFICOWTEIRE LA, BEEHES s NEh -5
7z.

£

), A DN 2T - TRkt A > AV VIR
MAEHED 3 FERFIIC I 2 AR AT ORGSR, 2 el T
TIFY A RRIED Kupp T 2V T BH Z FE L
Te. EHIC, KRERMTOKRE, NEDERNRHKT
HBLRMEL, mH A focal TH BT LA RBE N,
Ko 7 ¥ 2IUMEE R T HE L, KBHRICHEIT S
Karp F ¥ 2V RERR T 587 2= + SURL/KIr6.2 7% 11—

R9"% ABCC8/KCNJ1L jE{n - DHRETR A RIC K 5 &
DT, FeRKMEEA VA VIMEDREEIE 7O Tid
ZAMETNTVEIEETHS. £z, focal DIFEDFE
JEREE X, 11p15 B D R HRD Kupp 7 ¥ 2 IVEIETIC
BRZZFHE, O, ML)V TZEDOHEIKDR
B3k 7 LIVARIBS % two-hit A A= X Lic ki 3 9.
R, EIRMERBIMEZ A X — (patUPD) VA
HeEZHNTNS Y, 11p15 FEIC T RFET LIV D
HDFEE L T 3 EZHHLE A7~ H19 > CDKNIC, RH
KT LIVDBHDFEBL L T2 MRS T IGF2 72 ED A
YTV T4 VT BIETFMFIELTWS. ER OIS E
BB Z L 2ZEROGE, Kn 7 v RIVEIGFERE
RDBT L XI5 TMNTE, RO LIV
EHETHONENTOEAKRTRIELRWVY. LML, KD
FABFRIT B TERAINE L)L T Z OFESORHRT L
JVDRIRIT K O S HIHEALF H19 > CDKNIC 0D 6 A8
#LT 3. FNICIA, patUPD T K % fill B %l A 7 IGF2
DOFBANEST T LICKD, BO—HTA VA V2R
Ul % Kap F v FOVIEMEZ Ko T fifa i g4 5 2 &
kb, KikEzxzd (K2).

JER 1 THEE L 7z ABCC8 i {1~ R836X F /2> A
225U, HARANRHRIME R & A 2 AU Ve 5 D8
RINEZERTH B VD T EPRETN TS Y. FKEMH
HrofE®R, &, RAOHRRHIEH LR UAT &k
DZEF R, &5, WEHHHEOH % R DHARICFZE
B REHAKRTHRELE. COT XD, RZEENHE
RERERRI D F ROERSMEBIEE X 2RI LR THD, i
B focal TH B T L HVRME NIz, D% D *F-DOPA
IC K% PET MAIC K O, BREESRIC focal DIRA Z il LTz,
UL, REEBDYIBRINEHE 225807 T b > 7o Tz DIV RIIL
EXTDT, YU RRAAFUTEHEL TV .

KER 2 THERE L7z ABCC8 BT D R74Q S AV A%



a. iEf 1 DFRIX

| O

R836X/N R836X/N
1
R836X/R836X R836X/N N/N

Patient l

ﬂ R836X/N
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b. JER 2 DFHRK

| O

R74Q/N N/N

R74QIN

Patient

L |
|
|

T

Mother

X 1. ABCC8EIETZEEDD > EMDFRK & A RK
a il 1 OFRK () & ABCC8 #Efn £ ¢.2,506 C>T (p. Arg836X) @ Sequence iR (1),
b. fiEf] 2 DFZRM (F) & ABCC8#EfZ T2 ¢.221G>A (p. Arg74GIn) o Sequence 55 (F).

w13 HH OIFE, KENIFEE 2R 9.
N/NWEIEET LV, 73 BT /NS LV /IERT LV,

H%, 1998 4E1C Nestorowicz HIc & D, FHOLHER L L
THESNEMMOZERTH S Y. REMITOME, R
BICEHE LR UATOEAROLRZHE L. HOE
T, Kap F ¥ RIS A 2 A VIFED 5 B REHKD
monoalleric mutation (& 84.2 % & E#HE TH 5 T L MG
INTVB T ehn, HEHD focal TH BT AR
N5, LML, PET RffTD7OREBESTTHS.

Gl Kap T ¥ FIOVBIEFARZFE LT 2 5ERIT, R
H12% 0> monoalleric mutation T % C & B L. D
5B 1EHIE, focal DIFZETH ST & BHERL, T D
M, HANEGA VA VIMECTEEAZRTH D L
WO G LB L. BRRGED SHRIT 5 C & DR
focal/diffuse DIFZNCDWT, BIEFNFEZHNT, 7
NS Kare 7% RIVIBIR FER DA L Z OFKRZNRIE
RICDVTHRESS T LIX, ZOBOBETEHZTE
TE5H5ATEHATH- .

FER] 3 1%, BWS & & Wi & NIERIT, JEEREETH
2ruEZH6N3% (£1. BWSIZ, #HERAOMEKE,
B, BNV 7 23 EHET2HEET, MOIAHF
A A VIMFIETS 2 K8 R T 11p15 D X F UL,
patUPD, CDKN1C DREREHE LA, YLt it iH I X
BT EDNMEETNTVS. BWS HED 50% THERK

— =

)X

SRR )T I A RIZERT L)V ERT LIVRIRY.

/ P M

11p16.5 H19
IGF2

\

Expressed
Silenced

KCNQI
CDKNIC

11p15.1

\

ER RO

ABCC8
KCNj11

FERBTHERZE

2. JRPTEREA 2 A 2 IE D FEA T

Fe B IEFEAITOR G 11p15 fElK. ABCC8, KCNJLL (A2 FHHE
1A 11p15 TR DA 2 (RFF S 5 1IEH /& 11 TG4

A R RFTERAIRO T LIVFEBIERE. patUPD IC KD, AV VT«
VU EIEF Td B H19, CDKNIC fEIFED LI IGF2 WG DB A L,
Kare T 3 VBIE T 5L H 2 R DHIIAED R T4 9 5.
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MiEZET 2T ENRMETINTVSD, OB, K
B @ TiES U IRIEREETH S Y. LHL,
Laje &, #J 4% DEE TIRIMBEDFEpE U S BRI & o
HELTW3 . AEGNE, 2P0, SRS X OS2
DRWEH DIz T 7 V' FH A4 K (A5 5 13.8 mg/kg/
H) I X 21BEDREET, mAMER 53 E 27% Glu:GIR
18.1mglkg/ N E THRLEEL Uz, 6 & H TR EREL
Fehd, BN R S A > A ) R I EE O SE
Bl Tdh>7z. BWSHETTORMIKE X OEIRAIRE (fth
JitiR% CHME) 1ICBWT, HefufkEE, UPD, CDKNIC D
i ohah-o7z. LhHL, HAERK RO
MGz TzTz8, MR EICT Ky F ¥ FIVEIE T,
Z Ol > HH B 3H# B — {2 7 (GLUD1, HNF4a, GCK,
HNFla) 235X U ABCC8 7/ LK B IS DUV TRAT
EITo 1D, SEOBHIT TRV TNORELRED 5N
Mofz. BWS EBEZFICHT 2 B MIIOREE X 7 = X LI
DNWTIRIRIHEINTE S THER DN N S.

1995 4EDIRE , e KM A >~ A VIIE O B AG F 5
focal JIRZED AN Z XL DWW THIEENTE 2D, TD
B FERORERIZ0O%ICE EE > TS, THE, X
MRy —7 T Y — (NGS) 1T &% —HikZ M (SNPs)
RV LB Tb N, & 5B RERRERG T
DIATER, FIEA = X LOFEHEIRENS.

Flialy

BER - AN ORRiltE s A > AV iRl EE T
&, HEDDOWEZZE, BB EBIF TV ETHEIE
FHENTIEEETH S, e, HERELREFAEEESNT
WIRWIERNT R LT, #ie B BIEZ M s T D8R
MRHTH %.

Wi

WA R BB, ATITEC 1 TS % LT ot
BEUTIREERD ¥ LI Bl L s
ER

YR
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A case of coronary pseudoaneurysm caused by coronary perforation:

a short-term observation by optical coherence tomography and intravascular ultrasound

N &, R BUZ, /NG F|E, NG, e S5
Yutaka Kawabata, Toshiyuki Niki, Yoshihiro Kojima, Nobuhiro Okamura, Yoshio Taketani

WEC EE LB EDERE 2 — JERENR
Department of Cardiology, Shikoku Medical Center for Children and Adults

w5

SEGIE 79w e BIRET N TR R 2 BTN A &9 B S EIELOE IS U TR R BRIl (PCD 7 Jii
17 U7z, S ZASE 1 ER1C everolimus eluting stent (EES) 2.75-15mm, SEA7E51C [F] 3.0-18mm 2 81 U, SERIE AT > kA% 3.25mm
@ noncompliant balloon CHILEZIT-72& T 5, Ellis type MMOHEEIRZEILE L Uz, 20EITOLX VY RT—T k> 17z
B, DRET Ta—FTLERFLF—I%21T0, KENREDS 2, ZHLENICH L Tid perfusion balloon 12 T#Y 10 53
occlusion L7z. TMNHDFHICTLE Y RF—TRMREN, EHICTELIMOILM B RS NI TcDIGEZ#& T L.
it 1M T OER TIIEEH O -SS BRI RIS i o 7245, ZEFLERIC peri-stent contrast staining (PSS) HVE%
54, optical coherence tomography(OCT) 35 & U intravascular ultrasound (IVUS) IC & 2 EET & EALEROBI L & ZITHES
EES 0 malapposition Z 5 L T\ z. 3 7 A%D 7+ 1—7 v S Tld PSS DK ZRDT=. LML Ir A%DT +u—7
TN T PSS IFHEIMICHGE L THD, F72 OCT / IVUS T & malapposition O healing Z38 7-.

EIIRZEFLIZ PCl OGPHHEE LTI THZ D, FET 2 EHMMCEDBEZEDD—DTH%. SHFKLZ., W
HRZ#fLICxS L C perfusion balloon DDA TIHRIC KT L, T D% E RIAMICELIT 2B LIS —Hl 2R L 7D T,

T ORI ESR 2B XA THET 5.

(MEC &b LB EARDERY Y X —REEE 3145~ 49, 2016]

F—I—F  JFEIRZEFL, MEEIIRBE, peri-stent contrast staining

GiEfI]
795%, B
U1 RS E L
B © BT o= F, 2 BUBEIRSS
BUwME 2 3 1 A& O 5 ERFIC AT Q&2 B L T
Wiz WHEIREERE (CAG) ZHifrLiz& T3 (
1A), Ko 80k B0~ 17 &% (left anterior descending artery;
LAD) FHEERIC 90% IR =GRS T2 T8, FHEMPLOIE &
WL, FHEMIC PCI ZHlifTd 5 L Lo Tk,
BB AT R - RGERITTI, TA 36.9 FEE, OV E 93 51 / 47,
Ifil/F 140/60 mmHg, Sp0,95% (ZEHN4).
i © VERH, MR L
DE R, R
JEES © S, R, aiRE e e
IMERA: © CRP 1.22 mg/dl, Na 146 mM, K 4.0 mM, ClI
109 mM, UN 11.5 mg/dl, Cr 0.69 mg/dl, GOT 20 IUI/L,

GPT 12 IU/L, LDH 272 IU/L, CK 51 IU/L, HgAlc 6.3%,
WBC 9,310 /uL, RBC 3.83x10° /uL, Hb 12.9 g/dl, PLT
349x10°/uL.
DEMXAT R T HR71 77, IEHEERE, 50 7% ST Z1k
L
s X R0 DR 49%,  FiEF S H A LR L
PCI T H : A Bi4 HIC PCl % Jii 17 L 7z. Trans radial
approach Ic CMEZFEIR L, HA T« VT hT—TIV
I X 6Fr Launcher EBU3.5® Z W, A KU A4 ¥ —1&
Rinato® Z{#if] L 7z. LAD IC Rinato® Z§fi A L, If1%& N
A5 (intravascular ultrasound; 1VUS) opticross® THEZE 7%
Bl h, ERICOEOAKIENEZIELN, —
#BE 270 EDL Lo AR TEDN T Wiz (X 1B). ¥ 1
R w 7 OZMA® 3.0x15mm Tk 14 &UT F CHiHLR%
Tolcb T A, WAHRIBMPILEANRTZ > Tzfzd, FHin
T KUNAI® 3.25x15mm Thg K 8 5 & THERETT - 72.
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JIC IVUS THIZLT % & LAD HRIED 5 55— onh i kit
NIFRE TRt 3Rd Tz, TNEHN—F BB, T
Vs A BRI S M X 5 > b (drug eluting stent; DES)
Xience Xpedition® 2.75x15mm Z & & L (X 2A), L7
IZ Xience Xpedition® 3.0x18mm Z&i#& U7z (X 2B). ZD
%, KUNAI® 3.25x8mm Tk 16 KT X THRILEZI T
(M20) g Lizec?, AT Y MEGEHLM S Ellis
type MM OHEBIIRGALEZ T2 LTWAB T EMHBIL T (
3A). SRS EIEEE NV — o TEEfLENL &2 R EHERE L
B, DA YRF—=FICKBMIEE T, ZiHkL~NIUET,
EIHRMR O M2l iclcsd, KENFEZIT-Tz. %
NEFRBHT ORI 7a—FTOERLF—YNT T 1

UTONNY YOHfiZITo . DERLF—IT
G 240ml PR E N, DF Y RF—T ORI L
NVOUGEE & MFEDLELIE SNz, Z D% 3.0x20mm
O Ryusei® I 521 L C 4 &UE, 20 53 [HE5E L (X 3B)
occlusion ZfERR L Ciig Liz & 25, IEMENTV3SD

WHERS T & 72728 PClL 2§ 1 L7z (X1 3C). IVUS TD
PRIFZALE D b O OB 2 S BB D - T 7z
ST Lo 7z,
ARG © 2 FINAR U oz Hii iR S H o &k
L, ZORHEANSIEHMALE. ZO%EAIHETET X
I, Mg 11 HTiBkt& ko 7z, itk 6 HICiBERE MR
H(X4) zZhifT L& T A, GLEAICAT >V B
DIEFHNOIFHIC X % PSS BB bz, T OfflE%E
BIgd %7:8,3 7 A%NTU 9 7 H1%IC & CAG ZHifT L,
A KFIC IVUS( X 5) & ' T ¥5 I8 J& 12 (Optical Coherence
Tomography; OCT) & itif7 L7z (X1 6). 3 A& DWET
iR b, PSS MK EL 7D, IVUSR OCT £ X7 b
@ malapposition BER LTV, ULHL, 947 A%ICIE
PSS OB & 8%, IVUS % OCT T & malapposition (&
EMEAICH > T2, F 7z, OCT Tl multiple inter-strut
hollow (MIH) HFEH 5N Tz,

1. i OREEIREZ AT (A) & EEAZO IVUS Fri (B)

A

2. PCIFTH®

A, B: ATV IMEE C:1RikE

B
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3. PCIFTH®
A D efBiREZEL B : perfusion balloon Tk C @ FA&ER

X 4. &R
A 13ER#% B:3#7H% C:94H%

A B C
v 4
<7 J <7
g 44
A J
d pp®

X 5. IVUS Frkd
A 1HEM#% B:37H% C:947A%
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6. OCT Atk
A 1A% B:37 A% C:9rH%

£33

DES DX 31C K 0 et B IRia #i 1% O F 17 F d R VK
LU, PClOWBFEEIGMIEAL TERY. LA LEND
DES 7%z ¥ U 72 REBINC W THUZ IRV, 168% 14
DB L TELZ AT > MREE, %&b bz
A7 > b IARSE (very rate stent thrombosis ; VLST) & & 724
TEMREENTVS 2. ZOBERETE LT, Wik

FATRIC PSS WEEHET 5 EEZX 6N T3, PSS IXidH)
IRICRETE L7z A7 2 FEEDAMAIAN 20% L [ s Al G dr
HUTBEEERIN, 4DDXATITnEEN% . Ch
3t &t LE—IH{Lod DES T&H 3 sirolimus-eluting stent |
BOTHESIN, ZOKFE L TIEAT Y MEZARE
DHNEALDBIER T LIV F— G EDRIENE Z BN
Tn5 Y.

R &%, BRJR L 7oa Bk O LR LI IRREED T &
ZEL, BRI B IERMERD L5 S ELZE DL
EHFHINTWS, TLE, PCl OB, k& OHE
TlddH 2Dk A T > R E % O el BRI T B D
ERAENTVS. X7V FEEROEENIREIE KD
JFpe U, ImEHE, #rEnEREME RIEEZICKS
positive remodeling 7 E W EEIF 5N 5. IMEEREDFRR &
LT, A RIAV—ICXBHBIGERRAT > FDARiEY]
A XDER, /NV— 2 DBEDIEIRIC K D d B REE
WMEEEST A2 ENEZALNT NS,

AFERI T, SEBEIMRZEFLIC K D WA IR E XN EHR
BT O, BYEINSGEBIIRE DK 2R Tz nf e ED
BB, —J/TTAT Y FREBEIES RIERKISOM 5 & THE
TEHRWV. ATV FOEMTHZ TN LADKHIH
& 120 HTH D, ZOREFBHEINEZNEZEZINIE 3 7
H T d follow up CAG IZ BWTHEOILRZRD, 947 H
RSl CRIMEMEAIC S >fcc AL L TR F/E Lk

V. LA LA DS, DES DEICIFFFILIMCE RY <~ —
KKBRIEEEZ I NEEHT, S%E BN EE IR
M 2 C LRIV TRIEE BT O E
NdHdH. WINICE X, MEREORENZ{E L T positive
remodeling H3i2 T - 3 A iE, e BIIRERS Tl PSS
IR & U CRREE N, IVUS® OCT Tld A7~ ME
BEAREEBHEINDG. ZOMHE, A7 FHEANRIEE
NENWeDIC AT Y MIRFENR T DT NEEZ LN
2.

RIS HEBIREZLIE, PClOEHHED S B Tid HIEX
EDD—DTH 5. Ellis 0HHIC K> TEIEEDHE
NTHHO, HEGIKEBICHZ KE5E, MBS Hm 7z 4
5 type M T&H % . PClHOHEBIREILDORERKF& L
T, i MTEORZ, GadiionZ, BIEeeisE, 5

Boapdt, FOVEEZ, 17, 10mm L EoEWy

WEREDPEFENS Y. KEFICBVT, IVUS TR
DL ZE T ZIRETH - 72H, 3.25 mm D non-

compliant balloon TORILEIFMERICH L TREN ST
LEZLNS.

HEEIRZLOWEREE LTI, ~/3) Y OHif], perfusion
balloon IC & % il 1fit, ZEFeY)E 51 X 5 k1, covered
stent & W 7z ki, SARHIEINZR EHBH D 7, DR VR F—
TEBDTOBGEEEFERICOEERICK S FLF—
ZhifTd 5. £ < DAL, perfusion balloon IC & % [k
IfiLiC N Z T covered stent 8 &3 % A%, 4 [A]1d perfusion
balloon DA T 1L MIC AT LTz, HiEc Lo+
DiIEWME S NS — THEHEAEDY A7 ALTL
% 5 =&, perfusion balloon TI-MMMWME5NTWVWBEDTH
N, gICEEZ 7 +a—7 v 72 LODOR#EERT
W T EEERPFED—DTHBEEZENS.

covered stent &
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Eurolntervention 8: 79-86, 2012

7) Shirakabe A, Takano H, Nakamura S, et al: Coronary
perforation during percutaneous coronary intervention. Int
Heart J 48: 1-9, 2007
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Follicular lymphoma in only bone marrow
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BIFEFEEY VoS, FEREEAED DoSED 3~ 7 % 2 5D EMAREBETH 5. BEFREEMED VoSED S bl
PV 28 (FL) OENTOMREIG R Y7 5G0. BEE, 40 AN CHilEER s KURREMA RSN, il
BB K O ITP ZEE- 127, BB ERIER T/INVEORERY > ER7% 96.4 % 2887, RHEPEEE Y o/ SIEOEBERS S CLL
ERESE, £HD CTMRICBWTY VREIEAEZEDT, CLL OBWIHEMEICE G Lah -7z, PET-CT I BV THEHE
BRUBGHEOINERZRD, REMY >8BRICiE7var) 72 0H 0, Hii FCM T CD10, CD19, CD20 [, i
Zmy b OFYEG T bel-2 [, cyclinDL BEMEX D BEiOMTIREDR 5N S FL LRI Nz, ASERIOIES M,

FL ISR & SNHQOHREE PRIPRRRE DN o 127z

BWNERB UTERTH 5.

MIEC &t B LnDEREY Yy X —E22HEE 350~ 52, 2016]

F—U—F D JERaEY >oNE, 548, PET-CT

BLHIC

WA ) > 7S fiE (Follicular Lymphoma:FL) I, J%ZA B il
Rl Pk RS I 3 A AR ME S B MY VN TH B,
IV iz EFEE U, B ARIMICIRIET 2 2 &M
MHNTWD., FEFEEMEY VOSEEE, FFIERNEY
VINED 3 ~T% %D EMEEERTHB V. BEFEENE
U 2SS BWT, CEAMAMER B fMfatky > i
(DLBCL) D#fEHIEH % H 2%, FL OE N TOMREHIX
R0, SE, SHORIHEN A S NI FL Z2#%
BLIZOTHET .

€r370))

B 40 RAH M

WHTIE © L/ w7 A« A b —JElRE

FAF ¢ AERERDE, A

BUwIE @ /i H OREFT R T/ M 13 75 ML 0,
MpE -7z b7 afgr bV LWRPTH 25,

BRI TH % iz 2 & /Mg OJRIK & 3% 212 <
<, MEDS/NEMENFHRAN 75> Tz,

AR (R D Rk T, i/ 1000 /
puL & EH AR DNA SN, LDHIZ 96 UIL TH - 7=h
SIL2R & 3509 U/mL & Bl CTH o 7z, U 27 ERIGA T
KL TBD, 7at VT 2R L. Haaihd
NCC 47000 /uL L{EJERLT, 96 % 2 53Tz >S8R
WENVERITHEAY VSEREE T o 7 (KD, FCM AL,
CD10, 19, 20 R, CD34pzMTcH b, HH s ow b
FHR% (1X12) © VB-HE #eta ¢/ VLY o SERDMEBIRIC R
5N, bel-2 [5G, cyclinD1 2P Tdh -7z, Gafkix, 1
TEEEETH ST,

HRATHE ¢ 25D CT MEZRICHB W T Y > SEiffAR T
JE7Z 589, PET-CTICHBW M X UHEEICOASE
FxRDTz (X3).

B VVFIRT c RUXLAF Ui HREER 6 77—
JUIEAT E MR LTz, 169 1% O PET-CT i LTI, 2k
FHC RS NIHERIIEA L TV e,
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x 1. FEERHREATR

AL CBC
TP 73 g/dL WBC 5830 /pL
Alb 2.7 g/dL Neut 192 %
AST 22 UL Ly 593 %
ALT 15 U/L Mono 138 %
LDH 96 UL Eo 75 %
ALP 516 U/L Baso 02 %
T-Bil 035 mg/dL | RBC 282  J3/uL
T-cho 85 mg/dL | Hb 9.0 g/dL
BUN 23  mg/dL | Ht 267 %
Cre 044  mg/dL PLT 0.1 /pL
Na 135 mEq/L Reti 215 %
K 41  mEq/L
cl 102 mEq/L 1. E’%@&Hﬁ?ﬂi (1000 ()
Clu 103 mg/dL /J\’Wfﬁﬁ”@z LY >/ SERO RN (96 %) %
sIL2R 3509  U/mL
a

2. HHEZ Ty MEA

a ! VB-HE (100 &%) : /N 2 SERZHEBLRICER D 72.
b i bcl-2 (100 f5) @ HIHLRICEED B N7/ NEY > oRBKI bel-2 Btk Z /R LTz,

3. PET-CT

a: EEG I EHBS X UHEBICERZRD S, b BEHE NIRRT 2R
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ASEFNE, B MBI KO LT ITP 258 S &,
KW I KCEHEDOY P SBREERED E <, EEEEY »
INEDOFHHEFE® CLL 25> 7. LA L, 5D CT#H
RICBWTY VSHIEKZRDT, CLL OBWIRAEICE
BHLU Aoz, AMMBRTEHEDOY > 3BRIZ/NET
JERESLH (X o T2y, ARMIMCTHET a7 > FAERL

208, Fi FCM T CD10, CD19, CD20 5k, &7 vy
b D4 FERAE T bel-2 [P, cyclinD1 EMETH D FLICH
JGELRWATRTH o7z, LT, PET-CTIZHBWV THEHE
XUBBORERMERDIZC L XOBHDORITIRED
HoNn/zFL s nre.

JEFEME AN E D > S E O I AR B BE R 1, AR,
Waldayer i, HR - HRES, #EBHHER, HOIETH % L #WE
INTVB Y. 3~7%%5DZFERENLD >/ EOIE
Bl 1L, 1F &AM DLBCL ThH D 20 HEiDHICIHRE
DRE5NS FL OENTOHREHIE R Y7550, ik,
AAEGI O RAR I ER B UEZETH D, FL D 85~ 90
%, DLBCL @30 % FiEEICEHEND Y L E N5 t(14,18)
(932;921) IZERD S NIEH > Tz,

INEEB ) 2 SERZZ RS O T4k & 9 B KM B
MRaE D > oS iE, 18D 2 oSMEEImRE /) > SER
M) > SfE (B-CLL/SLL), FL, <> hVHIAE Y > oS
(MCL), MALT Y »8Jii (MALT) A% %. TN b,
Wing bel-2 BpfEzrRd. #iRlsE LT, B-CLL/SLL T
13 CD5 35 & U CD23 [ M, FL & CD10 [, MCL
& cyclinDl [ Z RS T ENRTENS Y. AEHIZ,
CD10, CD19, CD20, bcl-2 [, cyclinD1 2ETH % C
EXDFLICFELEWEEZ S, UL, g RR
PENE R F0 (germinal center) T3 % DLBCL GCB type
& FL ORI, e RoA CRIN#ETH 5.

T T°C, DLBCLZ/NHMY VSERD 2 (52 Z Tz, 5
FIEH OMBEERO & AEI TN ELOKE T OMZES
T2 KB OEGMINC £ AEOEZ RTHETH S
DICxTL, FLIZ, centroblast UNU 2 SERD 3 ~ 4 fZ2Dk

& X D non-cleaved cell) 2 centrocyte (/NU 2/ 7SERD 2 %
K DR PNEVELED small cleaved cell) KL oD il
WAL DR TS 20, %2 < O5EHITIE small cleaved
cell MENITHS Y LEDLNTWVS. AJEFIOMEEHITE
/IO non-cleaved cell TH D, Hifg k& E/H DLBCL D
ERICAEB LRV, NEGIOIEHMRRN KT TH - 7235
713 DLBCL GCB type L ZWiE N5 2T TH B D, /I
BTH-T120 FL L ZEnz.

ER=2.9)

AFEGNZERELLINTIRZE DR <, FLICRHEN A AIERE
PR KB N 5 7o T DM E IS U TERI T
Hotz.

ARG DEE L, 5 64 [0l H AP EHif ¢ (2015 425 H,
R ICTHRE L.

YR

1) fEHYS 2. ) 2 SHIERO WY > SE (IVL 25 8)
—FHIERDHI > T < NEHIF ) 23—, Medical
Practice 22(8): 1357-1360, 2005

2)Kajiura D, Yamashita Y, Mori N. Diffuse large B-cell
lymphoma initially manifesting in the bone marrow. Am J
Clin Pathol 127: 762-769, 2007

Yy /NAEIET, =ZFhF, ZHEID., SHEHTIA
PERHAE B MY > 7SI O — 6. B RSk B 58(12):
1176-1180, 2010

4) SRRkpkT. B Y > NIEIC 1) B R EUATL E D R,
B IR I 54(10): 1780-1787, 2013

5) “RHR, MEFEZE. B WHO 3 - (ECEMEE B Al
USSR (1) —/ND 2SERMEY > oSHE, JEapEY ~
NEB X~ MVRITEY > \EOREZE & 7 O
All—. JRERE IR 21(3): 240-253, 2003

6) T, AHR—RE, sk oME—. BERMEY >N ED
R4 L EIE TR, IR & REE 16(4): 379-383, 1998
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Pulmonary Interstitial Emphysema in Extremely Low Birth Weight Infant: Case report

PR EIRE Y, LRI 1802, e 20 2

Shao Huan Lin®, Toru Kuboi?, Takaaki Sadamura®

PIEC &b LB RDER Y 2 — BEWHER ", HERNR?
Department of Clinical Training and Education®, Department of Neonatology?
Shikoku Medical Center for Children and Adults

w5

AGEFIOEIIE 6409 DFF EYIBCEE Nz, HIER, ANTPRRIER NcBshh, NICUIC AR Lz, Hill3 Ik
MRS MNRD SN, MIER LS —I %7 L TWa. Hiin 7 TEIESEE LD, FRHHOREL > N7V EHE
TS MEMEUIE, pulmonary interstitial emphysema( LAR PIE) 2MHBIL TV 3. Hifi 19 OESL > b7 HEE T M
fifilc PIE X DR LTz & Bbn 2 ERaMkOFEZGH RSN, Hiln 22 TIEBEMFiO@ERIC X 0 @A FEEEhD K5
WKixolz. MRERLF—IUDGRINTE D, BillE NcEWZMEMIEENNEED 28, [HHX D BEHRCHO
IHREE G L, W20 HR THER Lz, TOROLEIIEFRTH O, Hilm 47 THREICHII L%, BIEER
U DOPEILIRAEIX nDPAP EHE R CZE LTV 5.

Abstract

The female infant was delivered by cesarean section, weighting 640g at birth. She received mechanical ventilation after birth and
was admitted to our NICU. At 3 days of age, the infant was initially suffered from left tension pneumothorax. Thoracostomy tube
placement was performed. The pneumothorax was relieved at 7 days of age. However, pulmonary interstitial emphysema presented at
the same time, and left cyst-like radiolucencies presented on chest X-ray at 19 days of age; over expansion of affected lung presented
and contralateral lung was compressed at 22 days of age. It’s difficult for conservative treatment with affected side down, due to
remaining chest tube placement. Therefore, selective bronchial intubation of the contralateral lung was performed. The oxygenation
was supplied with contralateral lung only. Then affected lung was managed with contraction. Selective bronchial intubation was
remained till the oxygenation deteriorating. Both lungs got ventilation and contracted lung recovered without over expansion. The
infant was stable under nDPAP usage now.

(MEC £ BLaDEREY Yy X —E2EHEE 353~ 56, 2016]

F—U—F M UE, WA AR, iR

e EHCTHN DS P, MULESEEREE, respiratory distress

HAERICB T BHOTT VU — 73R D mWIRER
THO, WEL L TIRR U e MllOERZ R & T
%Y. 2 Ul & 0 i U 7222500 i i P oDt
Mz Y0 2x, i &k O HEmNICEA T 2 T DAL
THY, MEENICEALIZEDODSMTHS. LMLE
JE HAOD 1L T PR O A HHAAR IS PR K D BN T 5 729,
Y10 R WD NI o TAERIHMRNICZE XD £ O, PIE 25|

syndrome (LR RDS) Z{£5, MU E#S Iz ifTE niz
BRI V=200 X7 HBEND, EWICLTATL
fitr—"7 7 27 &> b O ICHE > THREIZFEL D LT
W39 S, WAGHET7ICHEWTPIE &R LK,
FHPEREE 2 S0 L, HE 22 IC@lfioEHE R 172
b, FlfE 7z fif T Ul —Fl 2R L 70 Tl d 5.
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JEIPERE © RHAIE 29 7%, 3 [MIRERE, 3 [MIREFET, IO
URld PN, SE ROEMZRO T8, ik 24 3 2
HICYBENBEBRMARGA & 75 5. FEIGEIHIFIE LT
Uk RYRGEND, FEINEDOI Y Fa—bhD
W ETTS 2728, BEW EYIHM TS Nz,
RICERIEERD S NIEh o T2h, BEANDO AT A1 Fi
HGRMicabihhrote. BRI EREL 2482 H, 14
A 640g , Apgar score 2/5 ;5 (157 /543) THAEL TV
%. HERFE WD 2954 L, Y ATNF Y T
112, XEREITSLMEIARTHD, RDS DLW T
NI —7 7 7 22 b 2iE LT, REZIGEBHRECE
BIC s L, BERIED 1T NICU ARtE L7z,

ABiteitid @ ARt OffEZX 11</Rd. Hiin 0 TOM
X BRE S TR M I bR RTRIRE R & D RE R 72
WA T RSB 2R, RDS I E LB Lz (K
2). R 3M TR HEREL, TEHO AL
Y—T7 020 b5 UIBEEEEELEL, ik
MR & 7% L TIEM 572 (K3). 7z, ARikRDiiR
METEHS DN REGYEF T ENTH o7z, HEOD
N LW dn & PR AR IC &, AR AT oA RS
ENTEST, 2HDO NIV —T 7 7 22 b 2REE
T BMEAAR, MORAEZEZR LT, EbHEHRE)
& (high frequency oscillatory ventilation, L. T HFO) +
S & R FIE (volume Guarantee, L/ | VG), FiO, 0.4, mean
airway pressure(MAP) 10 cm-H,0, tidal volume(VT) 1.8 ml,
frequency 10 Hz, peak inspiratory pressure(PIP, 20 cm-H,0,
rate 4/min) &, & MAP TBHSAE L7z, Hii 31T Spo,
DX T2, KMEs, K EEEHICTR S Y A AV

F—a YT A MO R ZRED . B X fEE
THRAEMICHRE L2828, EREES N &2k
L(X4), rayh—Z=fAL, FERLF—2Z%E
L. ZTORMABHTHD, SMWEUEE LD, Hils
7 THMIC PIE Z¥E L7 (XI5). Hift 18 &b SpO, D
K28, Hili 19 DR X 55 Tl A MBI B
ZRREOFERIEMT, BXCLEME RIS PIE H 5T
LIcbEZ BEREZFIEERZFE DT (X 6). Hin 20
X OBHEMEERE L ZEZ SNEMBENDSE5DENED S
NBXIWHE-Tlkd, BEOREICEZL>Tk Fua
WFV v DREREEMBELE (K1) 9, ZOBOK
FRYGEE LD, BIMERZDOKRE S IdRD %
Mmoiz. LU HE 22 X0 f@lilo 5288, Spo,
OHEEAKT, FREEHEEZ SN B IRERDZiED %
X2 x-o7 (K7). EMEMIERZRAS E, MER
L =Y%Mk L Tl dR#ETH -7z, 2 THH
K O EHRIICHR O F RS EMHZHG L2, Chuck
D, B MO R SE U, @4 o
KbAfeL izl iz, MROMmME UL, M, 1E
REBICLET BEXDICE>T (K 8). Hifn 26 13/
fafE R L—> D42 UTEMRIREEIZ 228 LTV .
t R a)LF Y v ORGIEMFICRREIC S U Tl L, H
W42 THREEKTLTWVWS (K1), M XREET
WD M Dk, KU HIiEm 45 &0 fifii#siTE PIE
DMEZRDOIRVFE MR L, Hifi 47 THREICKIIL
T2 (1X9). & 1% MWL 1 nasal-directional positive
airway pressure( DL~ nDPAP) RN TEH &7 b, HIRIZH
TEL A TH 2D, ZDR%OIAREIZZEL TS
(X1 10).
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X 2. FEB X BREE (Hifm X 3. WEB X BREE (Hifm X 4. JEB X BR5E (Hifn 3)

X 5. Wik X #REE (Hifm 7) X 6. MEk X #REE (Hiim 19) X 7. Bl X 5 E (Hifm 22)
X 8. Mk X #RE5E (Hifim 28) X 9. Mk X #REE (Hifim 48) X 10. M8 X #RE5E (Hifim 89)
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Sl AE, ERRIICEBRES 2RI L, ZD%
FEMDPIE D SHEFT LTz & FEZ NS BMKREZICKD
O AT EHEE NS T & TRENIRREDYEAL U 72 HHK
HAE ARV 2R L7z, BB EMICE, BRAZ Ficd
BHMIC K > THETZENZNEINTVENY, B
G R L — k1T LTz, SRR AN
BN T D > Tz, 2 T CTH MRS Z 1T U TR
DHZEREE, BUIEZEREE5HT, BlMHRLD
WITENE, WY, fERERRICE SR ENTE
72 %0 RS A TG D SEE T X 720, ZOERK &
LT,

1) BN EERNC B - Tz 728, (@IITH ZHMAD it

B DMREPENICA S TH - 125,
2) 12 MERfiEEEE (chronic lung disease, DL~ CLD) IZ%3 %
2T 04 ROLER GBI > F2H 9,

3) HFO IT & % flfiDIREN D IR IR E R 21T fo 35
HENEZSNS. TESENGHMFEICK S PIE DK
BT LI, PIEIC K2 EIOEMN NG, 2
HHF9 2280 B L — DD fEfT, I T K B
HEYIR AT oG & H 0 > 0, BliNa7 Tao—F &
RRCII B GEHH 5 & Bbhs.

AKEHIEPIEZERT 5K %5L7V—r 2, £
TeRE LI BN A ICE T SRV e OB R
2T 20BN D B0, AIEFNCIT 5 BRI PIE NS
HITLI2EEZ BNAERERAICK D, A EHEE

NpFLix-o7. TOMBE LT,
D2EDONTHiY—T 7 722 brbG20EET 5IF
EMDAATH > 75,

2) HFO OWIIRGE L LT, @iV MAP TEHIL /o H
BRENEAZLNS. MORAEICEHL CERERTHS
ft, RHMANDZX T A FEENMICEDEN S TEHEH
592 LHEME NG, Ko TRERIO K S mdiiez i <ic
&, BREDV RV WNEE o TeRHRICH L TAT O A RO
M RGN ENIREEZENS. MORBENT
E N5 RERTHOBEEN RSN Ga, B

MAP 7% RNF 2 HE RBRGEND 5.
i
FRRZE 25 PIE Z78E LTERIZREER LTz, 5

[A]1d PIE MHE U TR E Nz BRI MHIRZ O UGB IS KT
L7, ARG TPHNEEREETH D, PIEDFREB X
UHEZ [ < Tz b O EBEIRLE T, K < HUEICHEF T3
ZREMNERNCHETH S & EbNs.

HEE

AREIZ DICHIZ0, REFNC DOV THE IS ER T,
ZUTHIE LBV W28 E WA RO S 75 1 R
LET.

Y
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Rheumatoid factor-positive polyarticular juvenile idiopathic arthritis in an 8-year-old girl :

A case report and reconsideration of the treatment based on Japanese guidance 2015 for juvenile idiopathic arthritis

L %R, S ik Y
Hiroi Eguchi ¥, Shuji Kondo??

PIEC & & B LROERE Y 2— HEBHEH ", NEE?, NTEENEER Y
Department of Clinical Training and Education”, Department of Pediatrics?,

Department of Pediatric Nephrology®, Shikoku Medical Center for Children and Adults

wnE

EAEMERFRERIEIZ (Juvenile idiopathic arthritis : JIA), RRC VU U< F KT (RF) B2 EEEITE JIA (X BIEG OIS &
REPRE D @ EICHEIT S 2. S HIFA IZIVNZRRGE O RF (G2 BRI A Z 885 U7z, JEBNZ 8 ik Jd T, 20xx 45
KXOMERZARL, EEZZZ Uk, BEBlRPIEROEEZEED, 5 A FMEICYRIkEZZ Lz, Vg, £
R i 2 AR B = O — I T IRR OFT R 258D 7. REDBEETH O, RFGHEZEFIRIIA LBWi Lz, JEATHaA
REEHISESE 2 BAlG U 7o DR <, BBYERA 7V —= 2 TR 7o 1% AV b L3 t—1b (MTX) ZBils L7z, B
s L RV E Uiz, MTXBlG 3 7 ARSI T, MEMEIZSE LW, BERmNRERE L TBD,
U FHIENST UEY AR OR GBI E Nic. AREGNETFH[E 2007 ICED & LRI RN AP A A 08
D EENT. UL, 015 FICRESNLTHZICHOHET S L, KO RHOMEHHERE NS V. JTED JIAE

HICHBWTIE, BIHOBEEEERR T ONA U AZIERIZ Y 77 v T UEHT 2 LhRDENS.

(MEC & B LADERY > 2 —E MRS

3:57~60, 2016]

F—U—F  BEMREEBIEI S, RF, SRR YIS RO T | &

o

EEPER R MBI TR (Quvenile idiopathic arthritis @ JIA)
1 16 AT I FIE U 7z 6 DL FRHE S 2 IR REH O 18
PERAEIR L ERENBIEERETHS. VI F T (RF)
Rk 2 B TR JIA DS WHICIE, FENE 6 4 F LANIC 5 BE T
DL EoBEEic iz zE T, hORIE6 r HUNIC 3 7
HOMEZ &) 2 [0 RE G2 iERT 5 2 ENnEi Lk
% 2. RO TN T U B e T
THIEMHILNTED, AV FLFEL—F (MTX) O
A TR EMEEA T ZSHEY AR DEIS & 7557 —
AHZ,

SR A, 8 A ICTEE U 7o U 75 RF (512 B
it JA ZRRER LTz, FIRSWED 532, 1ROk s &
NEFAICHED TNV T M TEIIEFITH > 7. 2015 47 10
AICHARY U F2RNUUEMmSE Ule, HFEMERREMER
FiRDTFH|Z 2015 1> TREZFHE T % &, AFEFINC
BOTE KO BINCAEY PHRAIZEA TS LT, M

iy 5R3UENMITE2 LEZALON. JAD
g, VAR 2 3 O TR DWW T B 572
MAELT %.

CiERI]
JER © 8 R
FiF 0 AR S 6 AL, ERih S FEEd A 18R e
WHIE © R e L
KGR - fBlice2gMT) 7~ b—T X, #ERED
F—IN—F v TIREGRED D
BURME © 20xx 4F 4 AWIAI K DR Z AR L, LEZ
2 UTz. RamBlIcER O 2R, 5 H MY
Bk ZZZ Uz, wligh, ZBEE 2380 a—
ICCIIEROFTRZZRD . REDGIETH D, RFEGME
ZHHRIA L LTA 7 a7 x> 35 mgkg HERS
ENjz. LA LIRE 2 AR BIEROEENH D, HF
Abteimo Tz,



Med. J. Shikoku Medical Center for Children and Adults 2016

ABEREBUE © fAdR 37.7 °C, L%k 98 bpm, IfiLJE 112/80
mmHg, PR 22 [/ 5)

I 3G DOE (3B THES I3 e - 72 IRERIZ T,
TR Z A Uish o7z, KBt ArbNEkh-7. 8
REEC R, MRzl 4 BN ER 2 320 7z,
MR (£ 1) 1 CRP, JRILE Vo TeRIEY—H—1&
EHD 25U EOMETH -7z, MMP-3 B ERLTHD,
TR DIRRENVRIE N Tz, SUEHIHIFZE A 9 2 Rl
bz, BYYEDRA Y7 ) —Z Y 7 RE IR ER D >
To. REMGMETHZ C L zmiEsR L. iz a—Ic
T Grade2 DIFER DR R ZFED Tz

ABith, MTX 10 mg/m?/ OG5 2B L 72 (K1),
FIhE < HEAEGROIFEARAABR TH >z, T
R=vmr> (PSL0.2 mglky/ H) ZfHFH LEHDI Y b
O—)L&f7o e, MTX OFIETE, &7 & O LEiE
ROBWERIZASNT, MkHE TEIEZZRDRMN >
fztzb, ABE8 HEHICEREE L7z, MTXE A% 2 7 H
el CRAEY — A — 3B ML L, MMP-3 & EH L L7z,
PSL O# 572 il L MTX $¢5.4% 3 o H TRIFRHIE 217>
T A, HTOMEENARDL NIz EY A O
WihEEZ, EMEOWSiRAFHTE L, YU
7 (IL-6 BHEHRD ZRBEN TV S.

£ 1. REMSE
ifit = AL
WBC 74.7x107 ful Cre 0.35 mg/d|
Hb 11.9 g/dl AST 18 i
PLT 28.3x10* ful ALT 11 /1
g fE LD 188 i
EBV itk 1gG [ZTE8 CRP 0.97 mg/dI
EBV ik IgM [e i ESR 59 mm/hr
EBV §i1 EBNA [TE3 IgG 745 mg/dI
CMVIgG [Tk C3 113.6 mg/dl
CMVIgM ket c4 26.7 mg/dl
HBs Hifk €363 CH50 31.0 CH50U/ml
HBs H1i 2 RF 39.7 U/ml
HCV itk ke ANA <40 5
TSPOT R i CCP Hifk 2.2 U/ml
RFR (E3 MMP-3 143 ng/ml
TPHA [e iz a—
VZVIgG 71k Ui b Grade 1I

1 30 50 120 141 =®A)
i a* 1 )

AJRLFE—R(MTX) 10mg/m?/w
JLE=vay 0.2mg/kg/d

ABeEF
CRP 0.97 mg/dI
ESR 59 mm/hr
MMP 143 U/l

CRP 0.00 mg/dl
ESR 8 mm/hr
MMP 33.0 U/

CRP 0.01 mg/dl
ESR 10 mm/hr
MMP 38.4 U/

1. iakRGLE
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ZlalF & DR U 72SERNZ RF k2 BIETR JIA 2R
THO, FHFEHRFMEREEIZROTF]E 2007 ICih> TIHE
L7z, ZO/HE, MTX OBEICK O REEIZEREEL—
EDRNRIIE S NTD, PAETEA IR LAY 2 8F o
fFHICE > Tz,

JA DEFRITILL, L BEoRENT NS HEER
T, TWEEET 5. RERIIA BHRGERDRE TH
0 EEPERIEMEREBOTEIRD—H & U T REIRE &
L, #ICBEfSRPESNRNT EdDEFN. *
a7 7 —IEMHUERERE (MAS) OAPHCEK > THIC
BOEMN L 5% —F, VIORIES ZAUWEEL TLE AR
HARMRL S 2WETH 5. ZBHEIA K, JAEKD
30% 7z i, 31 TAREFID X 5 I bigiyE RO LIRICE
CRBENS Y. ZEEIRID S B RF FFHEHIE 60% % 5 *,
BEIESIETH S T ENVHIBN TS, JA TIKBEEIY &
<F (RA) LHIxH, HEICK D 5EE RIGHE THEIR
REMERFATHE) 9% Drug-free EE R MBI AN —E 5 H BN B DS,
C OHE|E (Drug-free EfgR) & FEERICEHRMOTTRE
L 82%EEDHNTWVB Y. RFEFIEL IR JIA 13D
BIETT JIA, RF [21E2 BT JIA & & & ICBIETR JIA &
<L BN, ZOWRAEIERLERORTIC K 2 BHHETE
ADEENHTZRT. MASD XS AIETICEREL S %
BOHEZDZR0D, FUkkIUARH CCP3 Hifk, RFAT7%
CIic& D, AUHERREIRTIER SICERNRDEND.
coftuc, 3WHMBEET B0, AT EFLD 4558 T
B% & HD BTz, HEXDERN

—RIIC HAR Y &< F- 22T O 4 AR PR T8 R B T 58
FIHZEDO TG % 2007 ISR > TEHENMTbhTE R,
2015 4 10 HICFF D 8 FERDICYGE I Nz Tz, AIEHI
ZHFLN T > THBEZHE LYETRE SERE L
7= ¥,

2015 FFERRFFIE TR, "MV AXAVHET (F2) v
SHEAMEEENTED, RFETFHEMG], #1CCP Hifk
Ros A9, i BE BT 0 B BE TS R 28 2 R O, RIS &
RANRD SN2 L, ZEFRICE T PRIARG
Rzl L2 ENTVWBHZMNT T &M, ik
PSSO E L Zm> T W3 ¥, MTX O R B I RE
Hiy%zeRBZETE5 L0 HMARRBEMEINDDHD,
V) AT FEFIBEC KT B MTX OBIUEIE ] M 50T T
SESWRENTVB . AIEFNETH]E 2007 ITIRL,
NSAIDs Bilat ORGEBISHm 2 2 8 E L7z ®. Ll
SalDJERIZ, 2015 FEDOF 5| I - IR ZEIN LT
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ERUE LTE, NSAIDs Btk 2 RO & 7&K, N
AV AT RFHHEE B U 7zRE S TR D BRI MTX %
BTN, B PHROKEIHAFTCEREDLEEZLN
%.

MTX D& 5] E I RF BEER T AER DB 3 7
HE K DR, kG2 7 HTOHENMERI N TV 5.
ARIEFNC BT, BIE2 r AR TRIEY —H—DIE
WALZRRD TV, RIES—H—IC X BRI,
AR LClE, 2 7 AR WS ERHATE 0 Th o7z
BEMEAVRIBE NG, LA L, MTX OiBHh A E IR %
2 r HICIRE LWV I fGaa & DRI iERRR I, B
il TR L A ah o Tz, 5%, HERAD 2 7 AT
HiHT LTk, METHRIUETZHE S HORERD
HANEENDS. AEFICHBNTIE, MTXEIB2 ¥ HD
IRF 5 C B ETR OFEIRMIZIETHE L Tz, LA, [FIRE
NS5 I N TV PSLIC K D IKIRIEIRD R S T
febEZBN%. PSL Z2ffHd % T & TRIEIT K O RFAfh
WREEEL Z->TLE S 728, KOFEHETO PSL R
HFHTh-oeEZOND. 5%, BEIE IA OB
FHEIC DWW T ORISR Z1T 51272 O PSL Offi il I
FICOWTH—F S LI3HEETHI EIALNS. &
BHFFIETREREL LB 47 ADMAICIED B T &z
"LTWVS.

[HF51& T, FREREESIC X 2 mA e EHEICA
et LT, bbb, BRI LB RO
iz & 0, BAEIRORRN 2 0 UIGHEZ T 9D %40
ENdHofe. U ULEND, BEEIFEMGICH#R: LRGSR
PR OB 2N T LE S AREENR S I NS, ¥
FolZicBVTIE, MERTOBRBILAEE > TED
BENBRDIEIC > TV, £z, R, BEmR
HLWVoT, KORBMGEMAICX DN R T SERZ
T2 LMWAEETHD, THRARLTHEEINSED
ICHRIAD MTX BAMNTZ 2 K ICHBERDO 70 —F ¥ —
ROVKIEICZEHEINTWS. YU EDOST, —f/NERE
I > TR EMTbNR T ko Tc e EA SN 5.
AIEFNC BT E, HiFgI&ETRHETRLickD, &
DEHITO MTXEAN G TN, BT ZRAE SN
REVEDY D B. —J7T MTX, ‘EVIAINEIR % & 6 1o iR D
AEAHE RSB 1% & ORI DN TIE SR EM
FTREEDE S THBO, HRVFEOHEREIC X D 1B
ORAMEREH, BEOIETF VA EHERL )L E
DLFF[ERTA FIA VDERESNB T ENEENS.
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AITE IR CTH % JA KT 2 d 25
ANEBLDDH D, EY AR OB A & REMmICTT
PNODHB. TR, JIA DIEEDOEANR & LT,
THARN TSN D EEBICH LT, FHoBgRt
MROENZFCEEDDH D, —RNERIES )Y
S FEME L ORI B R ERE RS e
YENS.

p=t

5 W SR

1) FHEMERPR BT R RS D F5 [ X 2015, —ftLH
EAEHARY O F 22N T FHERGVNE RS
M, AT ¢ VLY a—4t 12015

2) Petty RE, Southwood TR, Manners P et al: International
league of associations for rheumatology classification of
juvenile idiopathic arthritis. J Rheumatol 31: 390-392, 2004

3) Cassidy JT, Petty RE: Textbook of Pediatric Rheumatology,
Fourth edition: 218, 2001

4) IHEG, IR, IR M T— 2 2R L
Te EEPERPR P BT S JIA O R GFAE IR /)
DA MEREE R RIS S OB gk - E P - A - 15
HHRMLICRES 20198 PR 19 4R FaFE - /e
HE 1102 fe 4 - ST | 2009

5) HAVNRY 7 F 222 © HEMER R M B ET R I
$OT5 (% (2007 4F ), HIUEEE 111: 1103-1112, 2007

6) Timothy B, Nicedita MP, Kenneth G et al: American College
of Rheumatology Recommendations for the Treatment of
Juvenile Idiopathic Arthritis: Initiation and Safety Monitoring
of Therapeutic Agents for the Treatment of Arthritis and
Systemic Features, Arthritis Care & Research 63: 465-482,
2011

7) Wallace CA, Giannini EH, Spalding SJ et al: Clinically
inactive disease in a cohort of children with new-onset
polyarticular juvenile idiopathic arthritis treated with early
aggressive therapy: time to achievement, total duration, and
predictors. J Rheumatol 41: 1163-1170, 2014



ENRBNE PIEC 8 B RDOERE Y Z— EEMES 2016

HNLZBHERECHRE S EIBIREELYE 2 S U Tz 2 il

Two cases of upper urinary tract infection with previous history of anorectal malformation

Kenta Shono ¥ , Takahumi Okada*®, Naoko Nakamura®, Asayuki Iwai?, Ichiro Yokota

RS Y, R R Y
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(st
FERF K, A RSO, iR T
PIEC 2 B L ROER Y A
=

REERRICEHALAYN S D L ABPRERIEAGIE 2 FEAE U 72 2 72 RRBR L 7c DTS 9%, M), #EBR U7z 2 SEGINE FEEALLIMC I
RAEIRZ S, PRI R 5 FRESIEGYE & 32 W7 LHURSIAHRIC K O B0 IR Uz, BB IC FEht U 7o HEpRR I e i

AT K D MR E S TIE 2GRS, TRIWIRZMG U7z, $HILZ2H 9 SR OFERFICIE, IREQEGYEZ $iH 9 2 0220
H%.

(MEC &b & B EAEDERRY X — RS

F—T— K BUL BT, RS

BRUBIC

PREGEEFYE L, MER L ORFUADIRERICZAL, &
RIBILICKDRIET B, BRRIRDIZ & A EDREIR
EH BT T H % e DI RE DO AR, Dl
2 EIC K DRIRDE TR UWVIREED RIS PAZE, BEEIR
EMFUENFES 5 E MR D) X7 L7x b B
R LT <45, S0, BHERICEHIIAS D b
B PRES G 22 F8IE U Tz 2 B2 REBR L T D TR 9 5.

UiEf 1]
JEfl 1 H B
TFEFCREN VB 391 H 26629
Apger Score 9/9 15 HIRI Uk
BEEIE © FREIAZEEAL, /e BERERIREYR, O HRR AR
B 0 2015 4 H 1 H K D Bt E AL, 4 72
HIGEEZ2ZZ Ule. EHEZNRL THED, 4H6
HE 391 CORMZRD I D YR AN K EZZ
Te. %1 7 HORRAOKENIEHNT AR L H-o 7.
AR BT @ EERTEIH, BHELRAF, (AR 37.9°C, A%
170 [a] / 47, W% % 40 [=] / 53, SpO, 97-99% (room air),
CRTIRLLT, KEMEFHTHD, HEBHEZEDT.
MHEH, O, PEREICEE R L. BT RGO TR,
JRIEERS 2B L, A h—<Icd B oz,

3:61~63, 2016]

MR (R D A Tl BeRE A & i EREL
DR, DI CRPED LHZRD TN Z DMOE
KRB RG> 7o, RIRE TIIIMEEE (+), Hifikk 20-
29 [HPF, M (2+) & PRESIESYIEZ 50 < BE S T D -
7z.

FEi 0 ABE LIEAMATD S, B STAED SN T
7o, PREAIC CHEEEIE & TR 2389, KT T L
REOTT T LERMHRED RSN/ DIREERE L LT
Y 74 ZF L (CTX) 100 mg/kg/day Cia#e % Bh L
To. PUEHRIC K 2 BRI ISEP DI U T, JRES
FRA X D E.coli Y 1x10° cfu/ml DL -t & Nt i W
ICE o Tz, FHEMRBRE D, £7udH2 > (CXD)
DWARICZE T U, HEPRRE PSR 3E & 7 # & (voiding
cystourethrogram ; VCUG) ODFtHZ. T Bl E Lz,
B B % VCUG Al /L 0 /2 B2 Bt R B Wi 77 (vesicoureteral
reflux; VUR) 11 &, male vagina Z 2 7=, FRIEAEIT /L,
PRER, IREMCEEFE T - Tz,

UiEf 2]
FEf c 2 1A B
HiZ4:f% © 393 6 H 27009 Apger Score 9/9 5
EPAax
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WEEIE © @8N, ASETPERE(CRE OO, MM LK
TARGET, MAIEGEERE, TAMA), BEASE, B,
Hifin 24 ICJREQIEHYE, % 15 AR VUR (=), ElE
PRIESEERE (+)
Bl © ARt 10 HaiTk O 38 ELL EORBANRD SN,
FERMRGT L, IRAEL UGER T, HIRERE H DD
BIEEHNT ARt & > Te.
ABEREEIAE @ AJE 38.4°C, OMO# 154 [81/ 73, WEIREL 36
[ / 43, SpO, 98% (room air), Ifil & 94/52 mmHg, CRT1
FOLAAN, EERERH, TSR U, MO - O - PRI -
JEE T RIC R 2 R0 ah o T,
AR (£2) @ miEkE T EmEkE D& CRP
D LR 23S . R T E fER >100/HPF & JiRfR
Tz, oM, KRl NEEET R, - .
Fa LIS RERIEZ L L, RMAERA LD

&1 REBI L ABERARR A

PREGIBEYYE LB L, CTX TiRERk Lz, LHL,
CTX #][E #5449 20 M BIRZICH AR, iiRETT
N, WiEPRRSR, SPO2 X FAREDT F T 4 5F—
SEIRDHE LTz728, 7 FLFV 2Lz, CTX i
IiEL, RIWNTRLIT ¥ Y (SBTIABPC) I
LT & TAHEPDITREADG S NIz, FRETE DR
13 Proteus mirabilis A% 1x10° cfu/ml DL FAEHI X N, 2K
DHEE LTz, ARt 4 HHEICHBR U REG# ORI
MTHoTDTITITI VI TEFTVY Y (CVA
AMPC) DOWNRICZERE L, #f 10 HIEOEFER & L.
BEit% VCUG £ TORMIE, AWVT 7 A RFHY—)L/
UXANTUL (ST IZ& 3 FHULEE T 7.

BRif% VCUG it (I 1) @ 45 VUR LI, JREFEHT

D NEBICHAEEBAID O, JRENIFIODIIRIRIC BE 137

nole.

K= Y (e PR—fE P
WBC 1945 x10%2Mul TP 58 g/l =k il
Neut 631 % Alb 4 g/ R ©
Lymp i 21 % AST 24 Ul HiE 1.012
Mono 85 % ALT 19 Ui pH 6
RBC 332 x10M/ul LDH 259 U/l = )
Hb 11 g/l ALP 952 U/l fee ©)
PLT 764 x10M/ul T-Bil 049 mgidl | FRutk 0]
BUN 101 mg/dl | il 6
Cre 0.17  mg/dl Citrclid A (+)
Na 137 mEgll | EImER (2+)
K 6.4 mEg/l pRuE (HARD
cl 102 mEgl | FRifuBk <1 /HPF
CRP 0.83 mg/dl FifnBk 20-29  /HPF
i 164 mgdl | 2(+)
£ 2. fEF 2 ABERRRE A
M5 b2 PR—MeE
WBC 175  x1072/ul TP 75 gl REF Wit
Neut 68 % Alb 38 gldl B )
Lymp 212 % AST 21 Ui [l 1.025
Mono | 102 % ALT 9 un pH 8
RBC 497 x1074/ul LDH 295 Ul EHE| )
Hb 13 gl ALP 537 U/l Wt 6}
PLT 522 x10M/ul yGTP 38 Ul vtk 6]
T-Bil 028 mgdl | AN 6]
CPK 4 Ul Fifn Bk (24
BUN 85 mg/dl
Cre 0.19  mg/dl PRUE (HAD
UA 31 mgd | SRk 20-29 /HPF
Na 137 mEgl | [k 100<  /HPF
K 38 mEqgl | (*)
Cl 104 mEqg/l
CRP 492 mg/dl
itk 129  mg/dl




1. fEfI 2 VCUG f: IEmf, 4 fimig
S

INRIZENT, PREFESYE I common disease D—D T
HO, NREAIC 2-8%WHEEL, TDZ D 2 K T
T 5. RNEZ, Ecolihi0%7% b3 M, ZFoftic
Klebsiella, Proteus, Enterococcus, Enterobacter 7% & & 5[l
ExD 5%, HREME ZENIGIEIIEFRED 6 — 12 5
HUANT 12 —30% L HEJIE N T D, FHFHEOD risk factor
& LT VUR R REEDPIAE - PAZE, IREQETIEIR EDBEES
BEINTVS Y SYERI TR E.coli, Proteus
mirabilis THH EB 5 L EHMPIT/FET ZHTH D
VUR 2 L T e le b TR R L e E XA BN 5.
PEALICIE ERICWIRIBRD AT 2T 52 2 EDHIS
NTH D Goossens 5 D TiF, BHALD 52 % I IRATFR
BEZED, KEE, VUR, THEIREMRERE, JRAE
MENSTE LTS, £, EALK D PRI & 078
AL Fi M ERIC IR IR OB 2G0T 3 Y. JEfl 113,
1% 6 r HOR T AN TR 5 O ¢, AL
BHERTE R ST, IRPICEMEC ST EY — FA
HolzT L LHEGIREM TELND 5722 EARBE
Nz FEH21E, BHEREE UTHEREETICRENH 0, 2
JEG & £IBBE% D VCUG T VUR T A RIS N, H
RE D RN DT WVRIATH -T2 Bbh 3.
PREPEROMHEDIRN T, TEDVURDZLZ, KELE
EHICHRBINT e MUSN T3 Y. LA, JRE
fEak7Z 5 VUR MELL EOBEE, HiREIC X 2 ThhitE
& (Continuous antibiotic prophylaxis ; CAP) MEEE N T
e, WEAET S R IGEER T, VUR DISHIC IR
A2 LIRWHIC CAP & 2 /T - T3, 7I &R
BT 2 L WA 2 ik S 72D, PRI T I B
RO U85 <, FAMEOB G U 7z & #Ht
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HEEINTWBE Y. —J5TC, JRESBEYYED IR RS C
LI KD BEREE OB EDOY A7 x5 T LA
BNTWVWA . BALERTIX, SRICVURZEHL, M
FLOTFLERNLE I B R 7R { FRESEFYEZ FIE LT 1\ &
WOHLEEH B O

SERRER Uz 2 JEBNE, &8I VUR IETH - 720,
VUR LIS D JREGETIE & U C I A7 S0 5 bR S
HE LIRS, IREBEREZBI LTV EEBRTES.
P> T, T O 2IEHITIIRESEAIE 2 1 0 R 3 fEfi A
HH, TOWETHEI 3R KEREZY<CH
[T CAP Z1T5 AshENd % L E A BN

Flialy

HALZ A9 2 RICBNT, FEADE S NIBITIEIRES
YU 2 QIS IE < BN D 5. 1 - TRIICBIL T,
VUR OFLE, FiOR, oS IHEOH L EREEH
I L5872 TR % B 5 % .
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A case of hereditary spherocytosis that led to the diagnosis from umbilical cord blood smear microscopy
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it MR PR A D FiG 0 B IBARMEBRIKIR MEREDZWNC R - 72 LB L7z O Tl 5. SEFNIHE 0 DL,
WEARRGEIC R I A o 7o Hilin 0 1S U 72 I i i A M O 7 I B PR A D i CH L & /IR D AR 1L

Bz iR . BAREERIAR MERAE 2 78 < BEV
HEGIORES 2528 , BIRTERRIRIR MEBRIE & F2W7 L7z,

Hifm 4 IR MBGRE RS EBRZ R LTz L T 5, BIRARMIRORE

EURMERRRIRMEBRIE E AT TR O Z W RMEDOBMMHEN TH D |, HROGEROEEEAZ &%, RIFENZHD

—BhE BN, RIEEDPHETEVES,

FEIROFLE & FEEF IR TIRRBMINENS T L 82\, ZRIDZK D

L5 o e MBHREA DS EETH D , ZOFEHMEITOVTHET 5.

(MEC EL B ERDERE 2 —EEHEE 3164 ~ 67, 2016]

F—U—F L, MEEEABR, B MEERIRIR M ERYE

#

AR PEBRIRAR MERAE 13 S R MEVA PR E o i C ik & 48
EhEm <, WROEEROBREIEXEZ L L5, FKEED
W D—BhE i Bh, FKIKEDPIETERONGE , JEIRO
R & FEEF IR CRBZMMNENS L 2V, S0,
HAZE IR D gy B AR A D SRR & SR TEBRIR AR ML ERAE

BWNCE S T2 LRI RER L 72D TGS 5.

CiEfsi]
Hi#w 0, £
<HAEFTORHE>

REHIE 34 7%, 2 R%UE 2 %806, FSRIEURIOT 1, , X4t
FEM ARSI N TV e, RMAERSYE R <, IR 15
T OGTT 1point [P & K EIFED A TROGHBIZR TN T
Wiz (ERR 38 3 5 HICmAE R , A L— AT kst
L, ®EomcHA Uk, HAEKEZ 29629 TH - /-
Apgar score 13 1 70fE 8 51, 5/0MH 9 ;i CTH Tz, fHEH
AR E UTUBEERNARE L 7z

< ABERFBIRE >

{AEE 29629(+0.14SD) , £ 49cm (+0.21SD) , HHfi 32.
5cm (-0.49SD) , AGA (Appropriate for gestational age) T -
o, W&HO , KEMIGTEHTE, B E - BT
RICHEZRDT, HOLMENEFE 2RO - Tz
<kt >

A AR A C Hb10.8g/dL oD & I Nz OF M7 i 48 PR A 25
THRMERD K NAF Je O AR 2 £ 5 TR RE R At iz
ZB¥HT-. F7-, central pallor 2R\ 7z ERIRFRIMERAVEUR
Iz, W% 4R RIMRZ W THERLIZE T 5,
Hb DfiEil 16.0 g/dL TEIMODLEEZRD A, FRIfnERD
FREFREIIRFEL TV (K1, #£1).

Hiit 2 X0 IifiiEka v ) )L E > (T-Bil) O 7%
YL BRbG U Tz, BUHICHT 2 L O KOG & B
THH, HEmslOEEPI, DBEUNT Y R2R9
o e, ARSI IKEAG 2 8D - L HiE
EHEERIRIR MERSE 258 < BEV , HE 4 1C 24 IERIE L
T IR DI 72 F O TR IMERIR 2 FE B TR SR 72 S5 L 7z
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LT A, BIRIMBROREEGIOR 2780 7
(X12). CoombsZRERIEPEDVAMMUEIMTH D (£ 2),
BAEMEBRIRFRIMERSE & 32l & Uz,

Hiin 4 TRt & x> ek, /NRMEARNC T
Wk 7 ra—TchHb.

1. MERHKE#RG X 1000
#£ 1. WA =
AL — BRI ( BoRRi% ) SRR A2
WBC 10640/ul | Blast : 0% KINA[F] T-Bil L 2.06mg/dL
RBC 315x104/pl | Pro 0% BRIk CRP 0.01mg/dL
Hb 10.8g/dl | Myelo 1%
H 3L.40% | Meta 0%
MCcV 99.7f1 | Stab 2%
MCH 34.3pg | Seg 65%
MCHC 34.4g/dl | Hyper-seg 0%
PLT 439x104/ul | Lymp 23%
RDW-SD 69.11 | Pro-Mono 0%
RDW-CV 1890% | Mono 5%
PDW 9.7l | Eo 3%
MPV 921 | Baso 1%
P-LCR 17.90% | 5 Ly 0%
PCT 0.40% | LGL 0%
BIME (%)
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0 ’ AN
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2. AR R g i

1% —ABO X oFi

17 —Rh(D) K- (1

[E 1% Coombs F5 =3¢

EZNE S/INEN (=3

19G fifk =3¢

Ptk (C3d) =3
5

AR MEERIR IR M ERAE (XA FE D e KA I B fn o ¢
REFENE LY, HROKEEOBEEE LS. K
I ER AT AR 2 MRS % 2 2787 D RABROREE B IS
X O RMBRANBRIR(E T B, /NERIR 7 B2 U T2 ASE D AR
MERIEZTCREN Z LT LT & 0 PRlid 72 il 3 % B i
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