BAEFBHERNENERHE BETFEROEBERBETIHE (FILE) )
SHERE - bHBEICKT B0 BEERBZE T 2T LADOBE
NEEFREFMER : TETURICESVEARADOLOOREFZHH A K]

1) KB4 -BETAHRE: /577 b—RAMEIITHR, DP-H57 b—R4-TERAF—F
KIBIE (FXL4 : galactosemia type 111, UDP-galactose—4-epimelase
deficiency)

2) #fst4 (BfEFES) : uridine-diphosphate galactose-4’ -epimelase

3) Bi=FEEAL : 1p36-p35

4) KBS DPHF 7 b—R4-2 A T—¥OXRBIZLY, RIZFF 7 F—2—1
—VUVBRL UDP-H T 7 F—ANEREL, [BLRROBHBEEL LT 5258

(BER) LFRMIRTOEBERXKET, EROLRWVEKER (BRHR) b3,

5) BREE (BRMZHME - FRAELAEVLOICOR)

(a) (¥ BETHRE
(1) {L¥EZHKO
AT 7 b—RIBEGE, 7 b—2—~1—-VBL DP-F527 b—2R
" BREEERB, FERTAR Y= IR ERATVS,
(2) BERZWO
FRMIKPDOUP AT 7 b —2-4-T A5 —BEEDOHIE,
(b) DNARE
EHBE FKHHEOFRRBEFIR—TH 5,
(1) EmORRBETFERORE
OLAEORHER O BE T GIOE, D103G, L31M DEEFERBRE SN TV 3,
BEFEROFELWVOHITRRITR,
(2) HILWEEBETFERORE
ELI I DY—I T ARYE
6) BETREORYM - FARAKICETZa AV
m%w%T%6ﬁ7ﬁF—Z—r—)/@ﬁﬁkiof%ﬁéh BERDWTIC K

TZWEEIND, ﬁf%ﬁﬁ@ﬁﬁﬁk%bf:f/bén6HE@T
—5@¥ﬁm&w

7) BRICBITOEENREOFE
{LF2Wr, BERLZH (—HORR) BPHFLERARI Y —=v v —icT
"EETH B,
8) AKRBIHT DIRFEDOH &
EHRTIIANE,. V77 b—RARERZITH. REE TIRIBEEIRLETH S,
9) W
Maceratesi P et al. Human UDP-galactose 4 epimerase (GALE) gene and identification
of five missense mutations in patients with epimerase-deficiency galactosemia.
Mol Genet Metab 63: 26-30, 1998.
Holton JB et al. Galactosemia. In: Scriver C, Beaudet A, Valle D, Sly W (eds) The

metabolic and molecular bases of inherited disease 8% eds. McGraw-Hill, New
York, pp 1553-1588, 2001



BEAEYBHERFNERMAE BEFEROLBEMCEITIHME (HILFE) )
SR - bREICBIT 3V BGHERBRZE O X T AOEBE
MBIEFREEME . TETURITESWVERERADEOOBIEFEHTA K

1) KBL -BETIHREB: V57 b—XMWEITR, ¥57 bxF—BXREE (EX4L
galactosemia type II, galactokinase deficiency)

2) Biz+4 (BIGFEEH) : galactokinase

3) B=FEENL : 17924

4) FEBRES

77 X —EBOKRBIZELY, RICHTF7 P—ABRERL., BEOFEE, BT
HNEZ4A L3,

5) BREE (BROZYUME - FRAEXSEWVHOIZOH)

(a) A{LZEHBETFRE
(1) {L%EZHO
MHPEHT 7 b—ADEEL AT 7 b—2—1 -V VEBEREEhBWZ LIZE
STRWEAND, FERTRARZ Y —=UIRRINTWVWS, :
(2) BRLHO
FMERFOHZ 7 b x> —BEEORIE,
(b) DNARRE
(1) BERORERBEGFERORE
DHREOBE TIEI R256W, T344M, G349S, 410delG. 509-510delGT D RN
INTWE, BETFEROELWOTRRILZV, BERTH S 0saka £#
(A198YV) IIEFEAEHE TR N TV,
(2) FLVWEETFEREDOFRE
KL I DYy~ ABLETHD,

6) BTREOZYME - FRAMICETA AV
BELCEZHTHIN T F—RABHEICL>TRREN., BEESZHICL-T2
MEEIND, BEFE2HIIRRZHBLORBRHDEASICERATH S,

7) BRICBIT 2 EEMIRBEORE
{LEZWIEFAER AR V== T2 F—IZTHRETH B,

8) AEBIIXTHIRFIEDOHE
L. VT F—RBRER

9) X

Stambolian D et al. Cloning of the galactokinase cDNA and identification of mutations
in two families with cataracts. Nat Genet 10:307-312, 1995.

Okano Y et al. A genetic factor for age-related cataract: identification and
characterization of a novel galactokinase variant "Osaka” in Asians. Am J Hum
Genet 68: 1036-1042, 2001. '

Asada M et al. Molecular characterization of galactokinase deficiency in Japanese.
J Hum Genet 44: 377-382, 1999.
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BEASBHERFHEREFENE BEFEROLBEMBICETAHIE (FL)
SHEFR . baEIC R 3RO BEERBIE 2T ADHEE
BEEFRESFER . IETURIZRE IV :-AFZAOEODORBEFEHHA K]

1) KB4 -BE#ETAKRE: 77 b—2MmiE I B (F&EIL4 : galactosemia, galactosemia
type I)
2) &F4 (BImFEEH) : galactose-1-phosphate uridyltiransferase
3) Ef=FEAL : 9p13
4) KBS
HZ7I7 b—RA—=1—-VVBOVIAVRT L A7 -BORBIZED, ERICHT 7 F
—ZA—1-Y UENEEL., BBREET (HEBER, BE. FFr2) 2&k4,
BROBRDIZI1DL LT, RAMICHEHERRERNN, PR#EReE2 & T
Bard s,
5) BREE BROZYY - FAERAEVHDICOH))
(a) EFHEETFRE
(1) {LFZHO
CMFHT I P—REHFT I A -1 - VEEDOBBEIZL D, FERARY
J—=2 I RiIThbh T3,
(2) BERZWO
FRMKPOHF I b—RA—-1 -V VBUVIVIN T AT T -BHEEORIE,
(b) DNARRTE )
(1) BEmoRRBEFEREDOFEE
¥ E LD IBMULREBETFERITR, BERTHS Duarte RENIAAAIC Y
EHEETHRD LN TN,
(2) FILWVBEFERORE
LI I DY—I T APKE
6) BLFREOZNY - FRAKICETZaA b
FeEZEIILFEMH TCHAIN T I v —REHNFT 7 b —Z—1 Y VEEOEE L
FRMEKRP OBREROREIZL>TREND, BEFREIIBRELORET
FEALPTRRVEEEDCHEICAERATHI LORELH D,
7) ENICRIT SFEENRECHE
{LFEW. BERDH (—BORHER) HFAERAR I Y —=v T2 Z—iZT
A[RETH B,
8) AKBICHT HIRRIEDOH E
HyE, 77 b—2RER
9) U#R
Hirokawa H et al. Molecular basis for phenotypic heterogeneity in galactosemia:
prediction of clinical phenotype from genotype in Japanese patients. Eur J Hum
Genet 7: 757-764.
Holton JB et al. Galactosemia. In: Scriver C, Beaudet A, Valle D, Sly W (eds) The
metabolic and molecular bases of inherited disease 8" eds. McGraw-Hill, New

York, pp 1553-1588, 1995
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BAZBERFHRERMBE BoFEROEBREMET % (&L )
ST bAREICR T /O BEEREZEI S R T LAOBE
NEEFREFMER: TETFTURICEIVE-BRAOLOOBEFEHTA K]

1) KB4 - B AR BER% Ta B (von Gierke J®) (¥4 : glycogen storage disease
type la) '
2) Bix¥F4 (BEFELH) : glucose-6-phosphatase (G6PC)
3) HEEFENL : 17q21
4) RHBEEE:
7YV a—F o REOREIZLY, B2 (XL LT 7Y a2 RnEET 5, /MR
X vERmbE, RERE, FEXHY ., RABTIIFRE (& XCB | X2 &
mMERERBDLND,
5) W& (BKRHRLME - HAEAH LOI(O) M)
(a) H{LFEHBETFRE
(1) b2k
TN a—ZAAMARBRIC L 2HBERE (LIEUISHERHERHVEW)
(2) BERDZ
FFARIZ X D glucose—6-phosphatase JEHERIZE (100% DE2WTR)
(b) DNA BRE
@ (1) BERmOBREBECFERDORE
. 2Tt REROKRHEAER : BANEFIERT LAD 0% % DD,
T DIEMITRITOX, RBIHER L ZHD L BMIRIT % LR D,
(2) HFLVWEBETFERORE
BRI DU—I T ARPE
6) BEFREORYYE - FRAMICETZaA :
{LEZWT - BERZWNIIISRIZL > TRBAKRE L, E&IZfilk, BAANTERENRRD
NS, DNAZH BERMOFERETFERORE) 2B 1BRETRETH S,
7) ERICBIT 2EENRECHE
2L
8) ARBICKT HIRFIEDHE
RERIE
9) Xmk
Lei KJ et al. Mutations in the glucose-6-phosphatase gene that cause glycogen storage
disease type la. Science 262:580-583, 1993.
Kajihara S et al. Exon redefinition by a point mutation within exon 5 of the
glucose-6—phosphatase gene is the major cause of glycogen storage disease type la
in Japan. Am J Hum Genet 57:549-555, 1995.
Akanuma J et al. Glycogen storage disease type Ia: molecular diagnosis of 51 Japanese
patients and characterization of splicing mutations by analysis of ectopically
transcribed mRNA from lymphoblastoid cells. Am J Med Genet 191:107-112, 2000.
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REFBERFRAREDE B FEROEREHICHET DB (FLH) |
SEHE : DAEICRT 2HOBICIHERELE S X T ADOHE
MEEFREFMER : TETURICE SV :RBEADLOOBEFZEHH A K

1) RBL AU Y —ERE (LIBEHEIIR) (¥4 : Hunter syndrome ;
Mucopolysaccharidosis type II)
2) Bi5t4 (BIEFEiLS) : iduronate 2-sulfatase (IDS)
3) BI=FEENL : Xq28
4) KBS
LaAZGEDTA Y/ — A TORRBEESND, BIE, FEREE, OBFEE, AFEE,
BfhiiE. BERETERE T, V—TANVEBERE VDN A KSR ER Y 2T 5,
B2 BEEMNRED T 0% T, BYITHHEEDRVRER L 2O R ThH
Do XEHLSHREKR T, FRAIE LTBRICHETS,
5) BmEE (BROZYY - FRAMEREEWHDI(O)EN)
(a) HLFHBETHRE
( 1 ) ﬂ.’a%n/%rf
RPDITNaA—RT I ) TV (GAG) DRMT, FA~H LB L~
VB REERET S,
(2) BER2WT
FERIEKP D iduronate 2-sulfatase FEHERIE (100% DZUTR)
(b) DNA B ,
C)(l) @<®f%fumﬁﬁ%@ﬁ%§m%ém\mybzﬁybm&w@vél
X D= ABRMNE,
(2) HREEZHICIILEORETHS,
(3) IDS BIZFDEFICH HBBET & OBIETHEAEXDOH BESITIX. HFT X
D= T ATIIRBTERVWOTEELZET 3,

6) BETFREORYY - FHMICETZ AV b
R GAG DFTE & FEHIBROBER DU TIZIT 1 0 0% HEEBWI & 5, BETFREIL. ¥R
NOREEZWIIIVLEADRETH B,
7) BNICRIT DEENRE DR &
REE L Z—SRL T, RP GAC DRIERB L UBEZMEEHBL TV 3,
8) AKRBITHT DIARIEDHE
RHERE, RIGHREE U CEmSasmsdh 3, %%ﬁ%ﬁ&ﬁ%%*f%é
9) R
Isogai, K.; Sukegawa, K.; Tomatsu, S.; Fukao, T.:; Song, X.-Q.; Yamada, Y.; Fukuda,
S.: Orii, T.; Kondo, N. : Mutation analysis in the iduronate-2-sulphatase gene in
43 Japanese patients with mucopolysaccharidosis type I (Hunter disease). J. Inherit.
Metab. Dis. 21: 60-70, 1998.

Rathmann M, Bunge S, Beck M, Kresse H, Tylki-Szymanska A, Gal A.

Mucopolysaccharidosis type II (Hunter syndrome): mutation “hot spots” in the
iduronate-2-sulfatase gene Am J Hum Genet. 1996 Dec;59(6) :1202-9
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RAEFBENFMRERFNE BEFEROEBREHRICETHME (HILBE) |
SERETE : DHREICRIT DHBOBCHERBBE S X T LADOBE
NEEFRESMER : TETFTURICESVWARADEOHOBEFZH A K]

1) KEA -BETIRE: VY YV—LK/ A7 43dYER— R (¥4 : Lysosomal
storage diseases/sphingolipidosis)

2) Bx1t4 (BEEFES)

3) BETEN

4) HBESE -

YV Y —LKRRERDOREICLDZAT7 4T ¥ FOMBANER,

5) BREHE BEROZYE - FREREVHD(O) &)
(a) £{LFEHBETFRE
BERIEMRIENH A
(b) DNA %
TA Yo7 AT IVS5-16OT EEMH 80%% D B, _
d— x5 1 L444P R 43. 6%, F213] RN 14. 9%% &, D 2BOLE R TH 60%
DEGFEREZBRHTE B,
777V BETFERIZHECHEAELRIIRL, R LoBE® AT L
IXREE, BREABICH > TORRELE @EREHEAE IR cFA,
77 v~Y8 1 12del3Ins (FLIBED) & 166M+1289V (E4ER) 8T 50%% 555, B
REWEREL TV AIERBBONTVEOT, BEFESELSERLESNH S,
6) BETFREDCZYM - FHAMICET 3 AL o
BERTERE CRW O WRE, BEF2WNIL. HE2N - RN L LTosAkDY,

7) EBRNICBIT OEENREORE

SRL TEERRWI 21T o T\ 5 (F=2 L, RREAN) . AmERE BV EERIES Bt X
NTWVHEERIT, B—~F VY I=F—FA a—TNad¥—F - rasi—+,
a—HFIRNEF—BAB-—HFI b F—P a—~r ) ¥ —F¥ a—TaLi—P,
B—Inra=F—¥ B—~XYY¥I=F—F FYILALT7Z—FA (VFHHAT
EEEER) . _

8) ARBICXIT HIERIEDH

d—v =R, 77 7 VR TRERGEARENH S, BEERREMERERA I TV
B, BEDW OO OBERTBUHR IR &L FE LERRICH B,

7 7 vy NIROBFER THIBERSBHRLBSIIEHBEOES,
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RAFBHERFMAEERMYDE BEFEROEBEMIBETIHE (FILBD |
SRR DHREIC BT 2BV BEGHERBEE S 2T L OBE
MBEFREFMEER: TETURITEITVV-BERADEHOEEFLEHHAC K]

BEFREFMEE : —F L RZESWEBRAADEDDOBRETFIWHA F]

1) RKB4 B8 T 2B SRENSWARIEE 1 & (MENL &) (£304 :Multiple Endocrine
Neoplasia Type 1)

2) Bic¥4 (BETFES) : MEM

3) BI{=TFEENL : 11913

4) KBELS :

OTEARTEEE, O FRBBETIERE, ORBERENDWEE (WA MY /—=,
AVRY) ) ==, INAF)—=, VIPoma 2 ¥) . ®>H 25K/ELULH 5 H DIZ MENL 02
WEBIZHTITED, FOM, ILF /4 F (B, M2 L) | BIBEEL D S,

5) B (MRAR UM - HRAMESE bOI(0) A
(a) DNA % .
(1) FILVWBEFERORE (BREHIZBIT3BE)

AT 4TIV (T VAV I VEREED) OEEY—I TV RER
L HERBRH :

(2) KENREZF BT IERBRAEBEIN TV BEADERDEEDORSE

ERIZFEOBBZRIT, BT 10052 T 2L Bbh s,

6) BEFREORYUM - FAKICETS a2V

FKIREED & % MEN1 TiX, 121261 (90%24 £) T MENL BEFERBRREENE T, ASCO 4y
D Groupl (ZHEHNEFICETHLEZ OIS, MENl ZEZEHSLODOBBERITIZIE 100%
THbd, -

Genotype-Phenotype B I3 & ERY,

/NRIZHT D RIERZENIL 5-6 M DVABIRUTH D & Bbh 5 (MENZB Tit L 0 B
MrERIND) ,

ERMATICLY | MENL phenocopy DIFFENBAL M &g ote, FOMIT, OCH EAMT
ERES., OFBEHENIWEES2 L, ORIFRBII—BIRE., ORERER2L, @50 %
AEDmEFEIE. OMEN] germline ERBRHEN T,

7) ERNICKIT5EEMREOHE

HY
8) ARBIZKT HRMEDHE
HY FEOBRMRRIC X 3 FHER
9) ik
1. Chandrasekharappa SC et al. Positional cloning of the gene for multiple endocrine
neoplasia—typel. Science 1997; 276:404-407.

2. GenBank accession HSU93236 (Human menin ( MEN1) mRNA, complete cds)

3. GenBank accession HSU93237 (Human menin ( MEN1) gene, complete cds)

4. Hai N, Aoki N, Matsuda A, Mori T, Kosugi S. Germline MEN1 mutations in sixteen
Japanese families with multiple endocrine neoplasia type 1 (MEN1). Eur J Endocrinol.
1999; 141:475-480.

5. Hai N, Aoki N, Shimatsu A, Mori T, Kosugi S. Clinical features of multiple endocrine
neoplasia-type 1 (MEN1) phenocopy without germline MEN1 gene mutations: Analysis of
20 Japanese sporadic cases with MEN1. Clin Endocrinol (0xf). 2000; 52:509-518.
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EAFBERFHERMHDE BETFEROEBEBHECETIHE (&1L |
SHFRE  OBREICBT A3/ OEEERRZE S X T LD
MBEFREFMER . TETURICE SV -BEAOLOOBETFLHHA K]

1) KB4 - BET DRIE : ZRMENOWMRIEE 2 B (MEN2 &) (304 :Multiple Endocrine
Neoplasia Type 2) ; MEN2A B!, FMTC, MEN2B ®|z4yhh 5,

2) Biz¥4 (BEFES) : RET
3) BI=FEENL : 10q11
4) HEHBEBS ‘

OFRIRBERRAE (19 99%) . QRIB 1B EMAIE (3 60-80%) . @R IR IRHEAE TLHERE (19 20%)
DETHEH S DH MEN2A B #RIF], FMTC (familial medullary thyroid carcinoma) i,
KIEANIZ 4 £ OFRIBEFREBRENL Y, 2TOOBRBFEINTWANLENH S, MEN2B &
TIE, w7 7 CRREE, HENE, EXEBRL EOBMA LSBT RN H S5, BIERIER
BERETUEAE 1L R D 722V, FURIRBEARIE O RIEEHMEL . BHERE .,

5) BEE (BROZYMYE - FHAENE VLD )

(a) DNA fRZEE

(1) HILVWEETFERORE (RBEEICBITIHRE)
710, 11, 13-16 DEBEI—J = REIC L AERKH,
(2) FERBEEICBTIERBEAEINTVIERDEROEEDORSE

ERRFEOBRFZRIT, BEAIZITIZIFE 1000ET 2 L Bbh 3,

6) BFREOZYYE - AAMKICEATS XU |k

ASCO 5338 D Group 1 (BEHEMER) IZBT 5, MEN2 0 95-99%iZ RET ZERMFEIE &h 5, RET
CREDH D b ODRFEFITITE 1005TH B,

Genotype-Phenotype B ASEARETH 5, MEN2B X2 N1 883 L 918 IR ATV 3,

NRIZHT D RIEATZHNIL 5-6 B DVBRETH D L EbI D (MEN2B Tl X ) BB
HnBEEEIND) .

RV O FURIRBEARE £ TS RET ATEMIRRIBEFREDON R L 20 5 5, HEBED
40%FX MEN2 IZHE 5 S D TH 5526 T, RET AFMRRINBCFERBRAEINH LT, B
RIREFHW BB THBZ L B2 b, ZRBAEINAARL THRELICMEN BEESNS
DI TRV, b UBEBEBIC DL RET EES HIUT, THITEHIRER TH Y MEN2 28
BEIND, _

7) ENICKIT S EENREORE

HY
8) ARBIZHT DIBRIEDHE
HY REORHRRIZL 3 FHBENRF L
9) X#ER
1. Brandi ML, Gagel RF, Angeli A, Bilezikian JP, Beck-Peccoz P, Bordi C, Conte-Devolx
B, Falchetti A, Gheri RG, Libroia A, Lips CJ, Lombardi G, Mannelli M, Pacini F, Ponder
BA, Raue F, Skogseid B, Tamburrano G, Thakker RV, Thompson NW, Tomassetti P, Tonelli
F, Wells SA Jr, Marx S]. Related Articles, Links Guidelines for diagnosis and therapy
of MEN type 1 and type 2. J Clin Endocrinol Metab. 2001 Dec;86(12) :5658-71.
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BEAEFBERFHAEREME B-TFEROEREMICET A (FILB)
SRR  bREICE T 5B BEHEBZE X T ADBE
NEEFREFER : TETURIZE TNV E-BEFADE-ODBEEFEHATA K]

1) KB4L - BETARE : UV AXT YV —AKRBIE (EX4 : peroxisome biogenesis
disorders)

2) Bn¥4 (BEFES) :peroxin (PEXI, 2, 3, 5 6, 7, 10, 12, 13, 14, 16, 19,
26)

3) #I=FEEAL : PEX1: 7q21-22, PEX2: 8q2l1.18, PEX3: 6q24.2, PEX5: 12p13. 35, PEX6:
6p21. 12, PEX7: 6p21-22.2, PEX10: 1p36.33, PEX12: 17q12, PEX13: 2p15, PEX14: 1p36. 2,
PEX16: 11pl2-11.2, PEX19: 1q22, PEX26: 22qll.22

4) RBES -

NRNVNFHT Y —=bE 37 DRTEAEREOERRICEREEZR L TR Y — R
BRENSRICEE I, BIFER ELFIERE 2T I3HREKLEEER CLEMNEY
REFNORAERHETHD, THETICLERICHET - 13 O PEXBEFREIC L 2
HHOTFENA LR > TN D,
5)&&&(%%%%%ﬁ-ﬁmﬁﬁ%wbw&:>m)

(a) HLFHBEEFHRE
@ (1) fuiERERSEESTHT
GC/MS % R\ - R SR EE S 47
(ARNFHXRV I —DIFEDOR I YV —= ZIZHR)
(O (2) smEMmrc X 5 MH
BIEERIC X VISRMREHTIL, Nt Fs V) — Aﬁ/n&@ ik chg
e LTHE (100%02WIE) , XLICHREBAIC L VML RE,
(b) DNA BRZE
(1) BARANSBERDORE
FAFHMEARAT C A REL Bﬁ@%AGili&’ 100%%3Z £ 4 PEX26 & PEX10
BARANLEEREZHFET D,
(2) ZofoMEHHEOBREFERORE
& PEXEEFDV—I7 U ARHE
6) BoFREORNH - FRAKICET AV

REWGERSIHT, SERAMATIC TRWNIFTRETH D%, MMBHLICEERIA D0 | Rl f 20
EETHIHSIIBEFRENSERATHS,

7) ENICBIT 2 EENREDEE

72 L, LLLﬂ%ﬁﬁ%%%@ﬁﬁmﬁbnfwémﬁ@ﬁﬁﬂ
8) ARBICHT DIGFIEDH

SHEFRHE D F
9) @k
Shimozawa N et al. Genetic Heterogeneity of Peroxisome Biogenesis Disorders Among
Japanese Patients: Evidence for a Founder Haplotype for the Most Common PEX10 Gene
Mutation. Am J Med Genet, 120A: 40-43, 2003
Shimozawa N et al. Identification of a New Complementation Group of the Peroxisome
Biogenesis Disorders and PEX14 as the Mutated Gene. Hum Mutat. 23: 552-558, 2004
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REFBERFHERFHDE BETFEROEBRBHEICET IR (FILE) |
SHEBE - DREICKIT DM BGHERBZE T 2T LDOBE

BEFRENES : IEFURICESW-BAADEOORIETFLSEHH A K]

1) RER4L - BHETAIRE: 7==/% b RIE (X4 : phenylketonuria)
2) &ixf4 (GEBGEFEiLH) : phenylalanine hydroxylase
3) BTN : 12q24. 1
4) BB
T2 VT T KBIEBREORBIZLY MR 7==AT 7 =URER L., BiE
BIREEMN,. AT VAERZ (BB, RERY) 2&=T,
5) BEE (BRHZYME - FRESENLOIZOH)
(a) HEFBECTFRE
(1) {e¥2ZKHo
MPT7z=AT F=DRIE, ©FT7T Y UREELDOENZHE (RPTFTY
T 3HT L DHPR ORIE) BUBETH D, HERYARAI V== 7B’ iTbhT
A
(2) BEZ2
RF4#RRIZ & B phenylalanine hydroxylase DEIEIXBEHEITHORARY, 7z =/
T7=UEKT A M in vivo EMEERTEEL LTEHAINE S,
(b) DNA RZE
(1) BEmoRREEFERDERE
ORETHELEHAEOEETFERIL RSP TH 25% TH D, ZhF T 50 BEU
EOBEGETFERNBRIE SN, BAA PKUBED 0% DO T BEFICERNHAS
NI T3,
(2) HLVWBEFERORE
BILXI ) DY—I T APRKE
6) B TREORYYE - FHICETR a2
HEZWIILERK CHDE 72V T IV DREEICL - ThENS, BIEF
ERIEBRRAEBEIFEAMIC-BLTWS, BEFEWMIIEEEZIN, 47
TYVUVRIGER 7 = =7 T =V EZKE-CHAERZHICRITON S,
7) ERICKIT 5EEMIRBEORE
{LEBWTHDT I BINIIERESHE, FARARI ) —= TR0 %
—ICLoThahd, KT R b, BEFREIZSOWVTIEARY,
8) AHEBIIXT HIBFIEDOHE
BERE: 70T 7=2VBREINS LEBEARKRE
9) X#
Okano Y et al. Molecular basis of phenotypic heterogeneity in phenylketonuria. New
Eng J Med 324: 1232-1238, 1991.
Okano Y et al. Molecular characterization of phenylketonuria in Japanese patients.
Hum Genet 103: 613-618, 1998.
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BEFBERFHARMNE BEFEROEBEMEICETIHE (LS |
SRR - bHREICKT /O BIHKBZE S X T ADEE
NEEFREFMEER : TETURIZE TV -BERAD-OOEEFZHHA K

1) RBL - BETIRE - VY2840 - TA CEERERE (FX4 : Rubinstein-Taybi
syndrome)
2) #&=¥4 (#EFiS) : CREBBP
3) B=FEEAL : 16pl13.3
4) EBEE

KRS - BRE, EEOREERR, FEMER (NEE, RREST. IRMBEE, BV
BE. RVWaLAT) 2FBLETIERTHECHTH S (ERAEEE#ER) , .

microcephaly, antimongoloid eye slant, hypertelorism, long eyelashes, mild ptosi

5) RE®E
(a) E{FHRETFHRE
2L
(b) DNARRE
Fhic, REHERECEERNNDH DD TREEREIILNEATH D,
(1) BEmoRERBETFERORE
26%FREE DIERI T, 16p13.3 DREERDD & THHENH B,
(2) HILWEBETERORE " _
XY O DHPLCIHE- Y — 27 =A%) BYE ‘
FEE DK E NBE G2 T CREBBP R D72V Rubinstein-Taybi EEEEBREFIZRB T
EP300 DERNHE Shi, AERBOBGHEEEHEZ T THERZETH S,
6) B FREORYY - FRAKICETS a2 AV
KWEts - Bk, EEOREZEBROMLASDOEOARTIIHEZH #2015 = Lidtks
VW, DNARREICK VBWEREEL D 5, LWEHEE LEHEES. KKFOD recurrence risk i
BWEE@EHRICHAL S 3,
7) ERICBT DEMENIREOHE _
BREREBRF/NERHIBWT DHPLC i X A BIEF2W 2 ER L TV 3,
8) AKRBICHT HIRFEORE
HE2ED D,
9) Xk
Breuning, M et al. Rubinstein-Taybi syndrome caused by submicroscopic deletions
within 16p13.3. Am. J. Hum. Genet. 52: 249-254, 1993.
Imaizumi, K.; Kuroki, Y. : Rubinstein-Taybi syndrome with de novo reciprocal
translocation t(2;16) (p13.3;p13.3). Am. J. Med. Genet. 38: 636-639, 1991.
PubMed ID : 2063911
Petrij, F et al. Rubinstein-Taybi syndrome caused by mutations in the transcriptional
co—activator CBP. Nature 376: 348-351, 1995,
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EARBHERFHARGENE B TEROEBBECETIHE (L) |
DHEPE . DBREICBITAHVEBERBZE S X T LS
NMEEFREEMEER . TETURICE SV -ABEAD-HOBEFZHAM K

1) HREBA - BET HRME : ¥ b REBERE (334 : Sotos syndrome)
2) BizT4 (B=FELS) :NSDI
3) BTN : 5q31
4) BB
ATRHODEELTOTNEL L bR OBRRICMA T, FHAOER (BEEE. 2L
A, IRBBEMT. Ko TH) | KELFREBTTERCAENEGHERTH D, ¥
EEH LD EFINBZVR, LRTIER,
5) BELE :
(a) H{L¥EHBEEFRE
2L
(b) DNA RZE :
FhiZ, REKRIDGEFINH 5D TCREEREIIVATH S,
(1) BEmoREEETERORE
FISH{EIZ & % 5¢31 I D Sotos EMBHBEFIROREORHNER : BAA
EGIERT LILDOK 40%% 5 B,
(2) HFLOWBEFEROHEE
Fx XY OfFN DHPLC (k> — 27 T R %) RUE
6) B TFREORLYY - FAMICETA AV
WAR DEVIEFIDZE ., BEZKZ DI VWEANH D, DNMREICL V2L EE
L)%, BWEmE LSS A. IKFD recurrence risk iHMEWVWS 2 HEUCHBAL S 3,
7) BRICBIT 5REEMREORE
FISH{E (=R -« 7—)b - =)L, =% MBC %)
BREBBARF/NEFHIBVW T DHPLC I L A BIGFRE ER LTV 3,
8) AKRRBIZHT DIERIEDOFE
FERBWDOHDEHICR LT, BEBAICEETLBIRS,
9) ITHR
Cole, T and Hughes, H Sotos syndrome: a study of the diagnostic criteria and natural
history. J. Med. Genet. 31: 20-32, 1994.
Imaizumi, K et al. Sotos syndrome associated with a de novo balanced reciprocal
translocation t(5;8) (q35:q24.1). Am. J. Med. Genet. 107: 58-60, 2002.
Kurotaki, N et al.Fifty microdeletions among 112 cases of Sotos syndrome: low copy
repeats possibly mediate the common deletion. Hum. Mutat. 22: 378-387, 2003.
Kurotaki, N et al.: Haploinsufficiency of NSD1 causes Sotos syndrome. Nature Genet.
30: 365-366, 2002.
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BEEFBEREHNARFHEIES BEFEROEEEMICET 3L (FIUBD) |
RHEPE : DREICBIT 2BV EBEHERBZE S AT AOKK
NEEFREFER: TETURIZESV-BERADEODEBEFLZEHH A K]

1) RE4 - BET 25E  HEMEE(LE (TSC) (34 : Tuberous Sclerosis Complex)
2) Bfat4 (BIEFEH) : Tuberous Sclerosis Complex 1 (TSC1), Tuberous Sclerosis
Complex 2 (TSC2)
3) Bf=FEENL : TSC1:9q34, TSC2:16pl3.3
4) KBEES -
MREEEREO— DT, MICAKCORESE, BEOMSTHEE. G5, LEOBHD
fES., BIBHEDOTAN A, BEHBELEEES,
5) Mt (BRI LY - HAMESE bO(0) BN
(a) A{LEHBGTFRE
2L
O (b) pva sz
HBERBRWEDIZ, (1) (2) LLEROBETFENT 1T,
(1) BEmoREBREFERDORE
(2) HFLVWEBEGETFERORE
TSCL & TSC2 D> Y L EDERERS (64 DERSY) 1Z-OVVT, SSCP R WAVE T
DR, B — 7 = REFBRNLE,

6) BEFREORYUMY - FAMKICETS a2 b
DNAZWIBHEATH DD, BAATIIERULOBETEREZRIHT B Z LRTER,

7)) EBRNICBITABEENREOFE
2L

8) AEBIZHT DIEFRIEDHE
RHERRIED H '

9) Xk

Feng JH, et al. Novel TSC2 mutations and decreased expression of tuberin in cultured
‘tumor cells with an insertion mutation. Hum Mutat 23: 397, 2004.

Yamamoto T, et al. Novel TSC1 and TSC2 mutations in Japanese patients with tuberous
sclerosis complex. Brain Dev 24: 227-230, 2002.

Zhang H, et al. Mutational analysis of TSC1 and TSC2 genes in Japanese patients with
tuberous sclerosis complex. J Hum Genet 44: 391-396, 1999.

Zhang H, et al. Novel TSC2 mutation in a patient with pulmonary tuberous sclerosis:
lack of lossof heterozygosity in a lung cyst. Am J Med Genet 82: 368-370, 1999.
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EBEANBERFHERADE BETFEROEBEMRCBETHRE (HILBD)
SRR . bREICRBIT AHOBEHERBZN AT AOEE
BEFRESEEZ . TETURIZESWV-BEAAD-OORBIGFZHAA K]

1) EBAL  ALV=F > TV RAHNANI FT—PRIBE (FEX4A : ornithine
transcarbamilase ; OTC deficiency)

2) #=F4 (BIzFEES) :ornithine transcarbamilase gene (07C)

3) BimFENL : Xp2l. 1

4) HKBEA
REVAINEHERTIEZEDO—DTHDOICOEEIZLY, TV E=THELX2ET

DX REELHEOERRMBREETH DS, BREERIIHERHRES RFITHALHET.
B, HEEORE, EBFER, TWhA, ERETICBLWY ERETIIRTCT 5, BE
FLIgLsh REILIRR I, BAEAR., BELRBICRIET D, KETIHFERNICRETS
NHEERICEBTHLDOETIEIETH S,
5) BREWE:
(a) E(L¥EHELCTRE
( 1 ) “ﬁ%n/%
mh7re=7, HFR, MFRFT7 I/ BRE RPtoy Mg, o750
(2) BERDHT
OTC IZRAFIBD A TRE T 5 7=, FFERRIZ X 5 ornithine transcarbamilase i
HORENRMLE, BERBEIEVAREIBEOCEE, RIETRERERSR O
THY ., BAOKISIIEE, kLT —#IUEHOENTE)
(b) DNA %
(1) BEmoFERELFERDRE
BEEDOERII Ve, ARy ARy MIRRW
(2) FLVWBEFEROERE
BETXY DY —T U ARNE
6) BEFREDOZYY - ﬁ%ﬁk%?ézfyb
FEBROLNIBE. ETEZHEZITVRENICZHT5, LEHIITEERZE. &
E%%%(ﬁﬁﬁﬁ%wﬁmﬂi)%ﬁ5om$% Wi ilB M F2ES TR,
7)) ERICBTOEENREORE
HY (=ZFEM{k) 20-30 T A, BEMOEROBKRHIL 2-3 T THHE
8) AEBIIXT HIRFEDOHE
RERE, TAx¥=r, REFRT NI VL, 7= VEET N U A, FFBHE
9) Xk
Hata, A 1986
Hata, A 1988
Hata, A 1991
Matsuura, T 1993

—112—




BEASBERFHERENE BEFEROSBEMICETIHE (FIWLBE) |
SHEBIE : bRAEICK T 3BV BEHEEBZE L 2T ADORE
MBEFREFMER : TIETURICE TV -BEADEOHOBEFZHH 1 L)

1) REBRL : AR INY CEEREEE I KIEE (B4 Carbamylphosphate synthetase
I deficiency ; CPS I deficiency)

2) BET4 (BfsFFiS) : gene ; Carbamylphosphate synthetase I gene (CPS 1)
3) BI&FEEAL : 235
4) KBS -

RFEIA I NVOBOORIG &M+ ABEETHD CPS I DEEICLY, BT vE=7TM
EZXETIRRGELEOXRRRBEFETHD, HEREIIAZE D RIZHILHIET.
WEht, HERORE. ERR, VA, BRETICBLWOEBRECRECT S, B%
BIIFAERYPLURIC, BREAMN, B BRZEMIRETS, ERRET7 v E=7TH
FEDREIZ L D,

5) BEk
(a) A{LFHOREFRE
(1) {kx2hr

MPE7rEe2=7, AR, MFRET7 I VEBEE. RPAo v Mg, 77/”
(2) Bk
CPS T iIfFBOZ TRET 7=, AFAERIZE S CPS FBHEAIESHME,
(b) DNA Ba#EE
(1) BEmoREEGFERORE
BERNDERITV A2,
(2) FILVWBEEFEROREE
BIX )LDV — I T ANRNE
6) BEFREORZYYM - FRAMICETSaA b
AENEDLNHE. ETIHEBE2ITVRESHICEE T2, YELNITEEEZH., &
W FTHREBETFERORE) 2175, HAMZKICITEGT SN AE A,
m%w%tﬁfmmwkﬁr(%ﬁ)&@ﬁ%MTT%
7) BRICBIT 2BENREORE
2L
8) AEBIZxHT AIERIEDHE
RERE, TA¥=r, BREEBT N A, 7= VEEET Y YA, B
9) IC#R
Haraguchi, Y et al 1991
Hoshide R, et al 1993
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BEAESBERFHAEMNE REFEROEREBRHICAETIHE (FILBE) |
SHEBE . bBAEIBIT LHOBIGERBBE AT A OBE
BIEFREFMEEKR: TETUORICETVW-ABRADLOHDEREFERH A F)

1) KBL N-TEFAINEY I VEBARERRBE (3£3X4 : N-acetylglutamate
synthetase deficiency ; NAGS deficiency)
2) Biz¥4 (BEFiES) : N-acetylglutamate synthetase gene (NAGS)
3) B=FEENL : 17q21. 31
4) EBES
TNEIVDETEFAINVE I VEERE CDRIGE AT 2853% ThH D NAGS DFEEC
XY, TEFAITNVEZ I VEBIEREINT, CPSI OEMILARESINET v E=7 EY
ET5HEAELSEOERRBEETETH D, EICETNERTH S,
5) BRE®E
(a) AfbFEMBELTFRE
(1) (b2
7 orE=T, MHTR, OPRPT7 IBRE. RPdoy M, o550
(2) BER
NAGS IZHFIB D A THRELT 578, AFERIZ X 5 NAGS IEHERIE S K E,
(b) DNA #R%EE
(1) BEmoRREEFEREORE
ENREBTHNT INEEFBDRBESOF, &y ARy MMIfw,
(2) HFILVWEBEFEROFRE
BITXI) DY —I T ANPKE
6) B FREOZHUM - FRAKICET3 a2V
AIENREDLNIZHE, ETIHEZHEZITVRENICEHT5, LELNITEERZH. &
¥zl FLVWBETFERORE) 217H. HERMZEIZIXTBEFZEAER,
{LZER2MR 70T Tr CPS 1 RIBE & DEFITI A TEE,
7)) EBRICBT5EENREORE
2L
8) AFEBICKT HIBFEOFE
RERE, TA¥or, REFBT NI UL, 7= LVERT MY A, T
9) ik
Caldovic et al 2002
Caldovic et al 2003
Harberle et al 2003
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RELFBHERFEMERMIE REFEROEBEMBET 2% (LB |
AR : DAERBIT 5BV BEERBZE R T AOHE
MBEFREFEER : TETURICE IV -BRAOEOOBREFZHH A K]

1) RBL : VMY UVMEEHRBTAX = ) ans BARERKIBE &EX4
argininosuccinate synthetase deficiency ; ASS deficiency)

2) BizT4 (BEFES) :argininosuccinate synthetase gene (4SS)

3) BIFHEAL : 9¢34

4) KBHES
REVA INDOBREEREVDNDASS DIEEICLY, BT v E=TESY 2+ 5% %

BELEDOERNMBEETH S, FERBIIESK A MCHILAET. B, HFRED
BE, BHER, JohA, BRETICELWYERERCIIECTS, RARS LY v h
X PYUVREEL LTHIOKBLE LTHBESRT,
5) BRELE:
(a) ELFHBRETHRE
(1) k¥
T =T, MFR, MFRFT I BRETY MY VEE
(2) BERLHT
ASS IZRT, &, REBMFMRICRIT A0, R EHMEIEMILE 7= 130T
B & B ASS BRI 1T D,
(b) DNARRE
(1) BERORRBEFERORE
Ty FARy Mg,
(2) HFLWBETFERORE
cDNA DT E T IXF XY oD — I = ANRNE
6) BEFREORNYE - FAMKICETEaA L
FENEONIHE, ETILEBWEITVRAMICZE T3, SEHNITEEDN . &
CFR2E 2T 5, HAMBEICIZEAMIMIZ X B ASS BHEORIE, EATFOL LY L@
EORE., B-F2WRS 3,
7) ERNICBITHBENREORE
2L
8) AKRBICHT DIBRIEDH &
RERE, TAX¥=r, BREEBT MY UL, Jx= VBT R Y v A, 5B
9) ik
Kobayashi et al :Heterogenity of mutations in argininosuccinate synthetase causing
human citrullinemia J. Biol. Chem., 265: 11361-11367, 1990
Kobayashi et al :Mutations in argininosuccinate synthetase mRNA of Japanese patients,
causing classical citrullinemia, Am. J. Hum Genet., 55: 1103-1112, 1994

—115—-




BAFBENFNERMHE BETEROEBREMCETIHR (L)
ST . bHREICBIT 2B BEGHEREZE S X T ADOHEE
NEEFREFMER : TETURICEITVV-BEXAOLODOEREFLHHTL K]

1) BB4L : P URBE (RARBEIRY bVY UffE (CTLN2) F 721384 RATRIR
t D o#EE (NICCD) (3EIX4 : citrin deficiency, adult-onset type II citrullinemia
type 2 (CTLN2), Neonatal intrahepatic cholestasis caused by citrin deficiency
(NICCD))
2) Biz¥F4 (BEFi2B) :Solute carrier family 25, member 13 (SLC25413)
3) BI=FEN : 7921.3
4) EBES -
bV NI TRICFETDTANRIX VB, IVEIVEXX VT THARV I VD
REWCLVRIET S, D72< &b CTLN2 & NICCD DFEAH B, CTIN IZRASIC LR, R
B, EREE, KEOEE, XRYE2EOBRERFELTRIET S, RERCET v
EFE=THEEL S MY COEEEZRD D, BETIITETHETEY AL SKRETELT 3,
NICCD i3#74 RMICEmEDRFNAEH 5 >, BEWFT, BA 57 b—2MfE, mP7 I/ BE
HEET D, RERIBRICBRT A, PICRFRLiBbW 36 H 5,
5) BRELE : '
(a) H{LFEHBETRE
(1) {eF2kr _
CTLN2: M p 7 E=7, MAR, MPRFPT I/ BRETY ML UEE
NICCD: BB, HZ 7 F—RAEE, b7 IV BEE
(2) BESERWT @ ASS OTEMET
(b) DNA BRE
(1) BEmORRBEFERDORE
WS OPDERy FARy bH 5, SEDERDLFEEREICLY 90%LAE
DL WD AT HE,
(2) FILVWERFERORE
BEXXD—I T ARLE
6) Bl FREDORUMYE - FRMICEATZa AU
AEBELNILHE. ETILERHEZITVREANICBHT 5, EBRELRT—2184H5
naxzebdhn, BEZWIIIBETEHETT O,
7)) BRICBITOBEMREORE
2L
8) ARBICKT DIEFIEDOHE
T
9) Xk
Kobayashi et al :The gene mutation in adult-onset type II citrullinemia encodes a
putative mitochondrial carrier protein. Nat Genet. 22: 159-163, 1999
Ohura T et al : Neonatal presentation of adult-onset type II cyrullinemia. Hum Genet
108: 87-90, 2001 '
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REGFBERFMERMNE BEFEROEREMBETHHE (HLB) |

SEME  OREICET /O REGERBEH T 2T AOBE

NEEFREFER . TETURIZE TV E-BEAADOE-HOBEFLSHHA K]

1) KB4 : BB - BB HERIE (X : organic acidurias/fatty acid oxidation

disorders)

4) REBEE  ARBOGNER TEBBILEBICL A= r ¥ —EEREE

5) BREE:

AR b 537 4—<wRAAXTna R kY — (GC/MS) 2AVTRBEHELS 4T
TEHEL, FUTATARAAR b MY —2AWCHORT NIV =F L 23443
GiE (DT BIEFEZEIE) KEoT, BEAYTRTODKREDWTE - LR TE S,

%8B GC/MS BT AR DNA Wi DML BEME, B
RPEHEBIN | Torbr=F>
S REH | AMlH ER
(B5E)
R | A F~ o LB O O O A-X B12 RISHEICBENR DA
RBRE | 7o 4 BMf%E O O O O HrFER
w A4 Y SR O O O O BFFERy
TINFIVERIAE 1 B O O O A FRHCBER W O LB
TN & VEEME 2 B O A-Xx| O A-X VE (BHEMLS I E2 RS 2
WETWIVE Y7 REBRE | O @) O O HrIEHy
HMG I fiE O O O O R
T b FAS—ERBE| O A O O IR
AFvIn b= Yy RAE @) @) O O 7Ry
AFNTIAEa BnE| O O X X BESE. DNA RATHEE ) b M E
va sy I UERRE O O X X BrgeRy
< o R fLE O 0 X X MR, BARANICE 220
7Y o —)LifE O X X X MR, X EEERE
2-OH-7' V& LERMGE O @) X X Br3e
4 -OH-BEBRIRAE ©) X X X B
B (L |VLCAD K4B%E A X O O e
BHAE |MCAD KiBfE O-A X O O e
SCAD KBE A X O-A X DNA fRMT L (BERZMTHOSEE L W)
LCHAD R #84E O-A X O A w3
CPT1 RiBSE X X O O-A | BERLWILE (DNAFRITS)
CPT2 KIBJE X X O-A A BERZUWVE (DNARHT D)
TRANS K {BfE A X A X BERZMILE (DNAFRAT L)
SCHAD R1RfE A X O X BERZWLE (DNAFRHT B)
EHEEIN=FURZE| A X O O-a DNA fEMTLEE (HARANIZEUN?)
BEF (REBA) : HMG=3-O0H-3-X F /L' /L # L& ; VLCAD, MCAD, SCAD=IGESY. 8. &

${7 2 7v-Co LK FEER ; LCHAD (SCHAD) =F84 (4584 3-OH-7 S /L—CoA BiAKKEER ;
CPT=AN=F RNV MNP FTURT 25—, TRANS= hS 20—+,
6) BEFREOZYM - HFRMICETZ AL
BERZWIs L OV DNA UL, HiBheEkr e LCH A,

7) BRICBIT2BENREOEE
&Y (SRL)

8) AKEBICxHT AIARIEDHE
BERE, dL=F By
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Tk 16 FEREAFBRIHERMANDE (ZELFRERSHEER)
SSRGS

M FEROEREMCBET SR (EEMEE Sl

JE—)

SEMERE B TFERYE V¥ —OEREHICET 2%

STRRTIEE
WEBHE -HES B

EvVREERES ¥ — '
(AR BERE 7 —HERR), I BF (ELRBEREV Y —HRER),

B2 Rl EZ

ME # (BRFRIZECLFHRER). ARBRER (LRKRFEHR) i BE (EXRFERE S —&F

ZHRED. B HE ERERKXFRREN

WRES /NEEEHERO T a Tt F—CHREMREERE V¥ —0, EXREFEE
Pl e LI/ NEBREROTEMIFEL U THBRET S ERBHEED, MEEIX, £X
REOBEGFLWZITOBRICER TREHERELRHL, TOERLZELRFTEREF—&
GEFRERRL LTERLE, AEEIX. COHBIESWT, BV ) VIS CEAY
BWEBGF2HEGOETT VE, AISHEE2R (NN F—EFEE) BIUOX REERESHME
BATRRBEARREGERE (X-linked SCID) %##ICHREI L7z, &6, RRBABOFET DR
(IWRLKZEZE, ERERKE, RERIZ CLRER) 0BEREROBERIZOVWTHRET S,

A. HFEEH

EYRBEEREZ—2, NEIEEMERDOT
vatitrFZ—L LTHEINTHD 3 E1XF
BL7, Bk L RIS S S N BEERBHL.
FRREANTITOR 3 TR TOREERIZOVWTORK
EEITORETTR, EXEFEEPLE LIEE
FEROETNVERIOERR, HLVBEEORRE
RFDOEKRSANBREIN TS, BEE (FER
15 ) BXRBERYE ¥ — Tk, HEBHFEE
ﬁ$b&t@%fﬁﬁ%uuwkféﬁﬁﬁﬁ%
DEBETFZHPEBLERFIREZITOBRICEE T
XHEARFL, EHICEEEMREICET LAY
A4 FZ742 (10 Z28H) 23BL T, EED
b5 TENRBERY ¥ —BFREERERE
PRELE, ZORBTIE. DEENOEEG TR
EEZITH>HBEICE, 28IV 'Y V7%
EEL, porE ) —REDER. FTA4 3
— RO ODELILDOESE. MBEOKETRHRE
IO LORYME (REOZYM) AL,
RIBEZEBTITHOZIER2EDTWD, FEEIT, L
ROBETFREEZMHAEBOEDHES L UOEMESE
BREET %5 BT, LA EHEE 2 B (N ¥ —fEE
) BLUX MakEFEMEsMNAR R EFER
(X-linked SCID) @ 2 EBIZOWTEGFZIE
H DOWESL 2 RAA T, -

B. BIRFE

(1) N ¥ —EEBROBRRRTFIZHEDORL
CFOBEHIY Y VI ~DIEE

N —ERBHORBERIRE R, X RAaK
LieH s, HIEENREREZHIIRER T, #
HEZEICIBEFRESXSLALELILNR LWV,
—h, BEEOREIEZRENECTHIHEEINS
0%LENTEKY, BEOHKLRIEE DD
REFZENIT., FRFTECHARBZEE2ZEE T2

BionBELid, EMNREERE V7 —ICRRE
DBEFEZHORZEDHRREAEZH 2 HLE L THR
L7 7 RRIZHOWT, REREGIY Y T
BIUOBEGIFEWE2IToTm, A XuX—bH
774 —EREF (IDS) OIBEDO=I I ED
HEDAL o PCR ETHIEL., Bohi-
DNA Wi OE KRS #RE L=, IDS BEFICi
BEEE L TRBMEF & E LD THRMOE W AEE
FThd IDS-2 BFETSH, PCRIZLY IDS-2 &
BTFRAERICBIEIN L2NVE ST ~=—B k&
URSEHFIZOWTHRE Lz, 612, IDS #fs
F & IDS-2 BT OMHEEIMA# ZIZ L V., IDS #&in
FRENRBELRONV I —IEERENRET DS
ARHBD, ZD, MAHBZEFRE - BEICREBT
X5 HEERR LI,

(2) X ek EHEESRAR R SEGR

(X-linked SCID) DA RTI&I=TF2WT
ESLREERREZ ¥ —Tix, X-linked SCID {23145
FHOBRE L LTRSS OREKRAR
EFHELTWS, FEERB I CBGFEITICLY
X-linked SCID DREF L HEEZE S DT
RLICGRIZEBINDIBEETHD, BROHME
PRAVW-BEFRECRBEZEBIREZENT-
BAIE, R 12 B CICBEOBEEN D CD34 BBt
MREFERL, BREOBENICBET S, AR
ROMNBLRD 1 FMHY, LROBGEFREER
BRI, BEIY U BY VU IBICEEFRE
WX HHARTZEE1To 7.

(RBERE~OER) &SRB EOBEKR
BRIZOWTIX, YU —0hBEAEERLICH
AL, AREZ o ha— it iTo0-,

C. R
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