il RE S _ :
%f&ﬁ%ﬁ%ﬁ@%ﬁ&%ﬁ%@?%ﬂ%

5« 1ERUEBRABEEEOLN LB BRCET 2T

FAL KSR AP
won ok B
1 B & K

> SRS S S -

GFRBEBRABHEEEL LTRITCRICRT IS LY 2 28H0
EErabh, TOPCHEESERFEL Lesch Nyhan EREO L S
K ® 2 WEENENCERREBDI B /N — T2 BATHELDE D50
THRERHEFER L2 EThEEBEOBE I LT TH2 9,

ECRKCENTHAEND W32 AROBRINo02 24T THon, &
BN THBESZ ALV EE RO R RER A BLeHOCBEZNWE S
Td5,

BrEflodb e R A2BETNABORES, 2HERECOTHEIZ V2
KBRIhTH LY, BEFHN2MEEZRTL2B00EBE L2 >Tns0onH
RTdpr9, LrLcocid, T TRALNTHWEIRZAOELED D WIZER
CHLTEILEBRREEMALLLERE T, TORBFRORKCL>T
BAIAFRLECRHCBEA2BHUEFT AL 0> bRBT 2 L taiEL % 3
AFToh, COLI2AETERBEHLACL TR LRRGHESS
BT HACEBCLBERIEEEL bR B,

EBCr T r2BEROEEHE (REFR - BEHAR - ARBREOKS - 8WE
ORBT2EBERE ) LELTY, EXRHCRE L2 AT BRI TAZ
HTE*&E%%%h%t&ﬁw%tmﬁff,ﬁKLemkNﬂmxﬁﬁﬁ
TRANE CMEREERL TV 5,

COERULBRTAE2LE, *OoREBILIVETFHENEHEETER
AROTETHED, TOBERIERBOFR: BREAMENK, d5E4E

_52_.



@ﬁﬁ%%%%ﬁﬁbf?(C&#Aﬂm&ﬂﬁ%%féﬁ%&t%ﬁmk
TRIRTCH B EEL 6N 5, S '

QLI RBEALLRARFLOATEBRABBEEEL LTRERS
PBPP%&@ikﬁﬁ@ﬁ%%éB%%B#K?&ﬁ@@TM,%OEMK
SWTPRPPARBEOEM 2 LEHE L B2 ERK D TOoRE2ED <
&7,

. w oo B 8 SRt
CEBREBET S 2 o0BBREEEYWE S ) v ey o vof#e, kb
CHEBEE L Y OREBCE>TERT B LETTRHLAT B,
RKOXBMOEZ X, TORBEBBREAN T /LD 73 — 26 BREK
RBEFEEO LACROTWAEH, B4AXPRPPAHEBERBED EFKC &
NTAF A FRECLY Fra—R 6 BB ARBRELABELACRLPR
PPERBEOEER B LA Lcc Lt AiLco T, AF o FoOfE
RBr 7y v REBo R, ﬂﬂ&ﬂ@mﬁ%fa#&%%#%?%ﬁ%%ﬂT@
'ﬁﬂ%?ﬁ?%ﬁcko : =

oo F o &

Z7FeA FREJMEBEFCETZ2PRPPARBEREES BFoRKEM
FROEREDHE L, thawing and freezing € & Y BACEMELD, £O hem-
olysate KDV T 7V VRECELET 28EON, PRPPEARBE 77
S BT s VEBE(ADA) X2 1F UV 7+ AT+ L —RA (NP)»
“Hypoxanthine—guanine phosphoribosyltransferase ( HGPRT:) + Ade ~
nine phosphoribosyltransferase (APRT) oE&ELEIE LA P
"RP PAREBRERKCSW T Hershko S5 EI(1969), ADA, N
POV T Van der-Weydenb®Hk{ 19 74 ), HGPRT « APR
Twomquéuw-@aw&m&yms)&mmtvfgr):-

B RO X i HEET AL h BRI Fe, 334®m<f@%,;,
+53—



. PRPPABREBREESLRF 1 FRELAFOBEHR I o (EB TR
ik, TTCMEOEAMRBEBRECCEMLABY TH By oo -4 o -
7T BT 3 A BROBHEAT 4 FREFREFBEAKC 258 A
ma4+&ﬁﬁgm%%mmﬁﬁ@ﬁT%rbE#ﬁ@@ﬁM@é‘Lb%&
WBBCIAE A7 o4 VHEREBCEENBBRBEERE RLLE I BRL
i\, .

RI2VATVF 72 R7 2V V—RALDWTERT e 4 FIEBEHOLOF —
ETHANERBEARCD oTRELZFRIZ W, &
 HGPRTERUAPRTEDOWTHATnA VYEREROAPRTHLL B
HEERTH, TOMRAT e A Y REOFELC 2L OLFERBENOEEL
RET OBy - U o :

' FCEHERBELAL I SK,: FECEZEORBAFNIRO.P RP PAKEE
FEHEAF A FHEREBCHEEAORMRO 5 BUTOEELHRILW
L, ~7eRREZELEZL LN I2HROBERFMP (502w L 6.0 %)TH5B,
FECEZEORFRBHFEEOF = » F BEH AR R b0, RGQIMA MR
BAD7Y) w0t b RBORD (EENRBCHLTEOK) A B Oh A,
B OFRAF ey v Botey PRS- BR STy o ST =B
wRENVF YA Ly VB TT = U T T BREOHBE SR 2V AT
FOSHRBRCEPNTHAIABRTOPRPPOELAETERBoTnEARYD
CHBHCE, 22 17 FORRBABETL DL £ FHE LY, BE
LB R CEBHTo ERFREEN «ERBIE - MEESF - AREC L2H5
EHEOBEMBBELED LI DIBEART L2308 EL DN Do iy ar

EL&@%%?%%KPRPP&)KI%?D/ﬁﬁi#@ﬁﬁﬁT#ﬁ%
TRBEALHETFY YvBYT § VBRI A2 ABitwofiflitazvnTddd,
TEbLbbLbEBETILE 7T/ vy DORPEENCELBEERY (A2 v oe %
VvFV)OBPEHEDHIOETHING, 77/ vVBRT ¢ / BERRRE
CKRBECREERLERBESAHTACLLD, HMEMCEROBEGERD 3
CLEHRIADEBAY, cheXL TPRPPARBRRBETE, Lok
54—



NAhLORBRBERZR I HRBBECETHS5LEL M50 TZRICHE
BRECEBL T LI THEEREL bR S, 220 EMCErnT, B
REGOEEIAATE DAY, 0F L1 PACTRVCARLABRONE v -
e 7Y vEREBTREFRLAZCED, DI2VWEREENZAELRET 53
OhdvENE N, L LEBRAKE, S EREERNZAWAT, ADA
REC LB REFLERHLEQGALPCROTREY; tORLERTEMFY
CHEET 5 &, EE%h%%///tf##/%/@ﬁ)lb%%g@gﬁm
L BAEBLELDHFRABENTSS 5, Green bICL Y, 77/ v rvERK
150 s vvostarvation REET SV v RllE O LB REFLLE
CRBIEELTNAOTEZ D ERRIN T A%, FEFL TOoRKTH
LREOI O ABREFBET L 0TREL, GLATF/ vvoEENZVE
bKADAREK&Bh%I5&5@%@ﬁ&%ké&m&%ifxmfé
55,

X7a4r&&mxéPRPPAmﬁiﬁﬁ@iﬁwomfu BE LR
DT@%@7U/W%%§i@ﬁ&ﬂngﬁ4FKJ%%@&&H?,&g
M AL CEROERERLAC EH5BL T, PRPPARBED KD
lo&Ebhéoﬁﬁ@JWnéxs%@M#iﬁﬁ&ﬁ&fﬁMﬁfuV%
BicBi+ % rate-limiting step & L.Tb?&“%ﬂ%ﬁo“cm%@#%ﬁﬂhfﬁ'
B LCHAT~EIEEEL SN b,

»

—55—~



_ Glucose .

Ribose-5-P —2—» PRPP Glutamine
A "_A/““\. _
- .

. _
-
N e et e
A

“ Nuclele
AR acid i

e —~——
Q
Q
oo
a
-

AN

_2
-3

~.Ji; Guenine

"‘HX - Adenosine Adenine '

Xanthine . PRER R
B 2727 v a Wt
S REVAVE -
74 xF LY R
Uric acid HGPRT
: APRT

BY BRE-

B1 P S



#£1 EXEEBRIEREOHE
1) Inmorn ERRORS oF PURINE MeTABOLISM

A) GouT WITH SPECIFIC ENZYME ALTERATION
1) Gour wWiTH INCREASED ACTIVITY OF GLUTATHIONE REDUCTASE
2) GouT WITH INCREASED ACTIVITY OF PHOSPHORIBOSYLPYROPHOSPHATE (PRPP) SYNTHETASE
3) GouT wiTH ALTERED FuncTiON OF PRPP AMIDOTRANSFERASE
4) Gout wiTH HYPOXANTHINE-GUANINE PHOSPHORIBOSYLTRANSFERASE (HGPRT) DEFICIENCY
5) Gout wiTH INcREASED CATABOLISM OF ADENOSINE MoNopHOSPHATE (AMP)
6) GouT wiTH INCREASED ACTIVITY OF XANTHINE OXIDASE

B) HyPouriCEMIA WITH PRPP SynTHETASE DEFICIENCY

¢) HGPRT Dericiency (LescH-NyHAN SvﬁDROME)

D) ADENINE PHOSPHORIBOSYLTRANSFERASE (APRT) DEFICIENCY

g) HYPERURICEMIA WITH INCREASED A;TIVITY oF APRT

F) ApeEnoSINE DEAMINASE (ADA) DerFicieNcY

6) XANTHINE OXIDASE DEFICIENCY (XANTHINURIA)

H) HypouricEMIA WITH IsOLATED ReNAL TuButAR DEFECT

1) ADENOSINE TRIPHOSPHATASE DeFICIENCY

J)  PLATELET DYSFUNCTION WITH IMPAIRED RELEASE OF ADENOSINE DiPHosPHATE (ADP)
K) NucLEesipE PHospPHopYLASE = DeFiciENCY

11> InBorn ERRORS OF PYRIMIDINE METABOLISM

t ) Coneenivat Qrovic Acipuria Type I)
¥ ) CongENITAL OroTic Actouria (Tyre 1I)
N '} URACILURIA

0 ) Pyrimipine NucLeoripase DericiEncy

[11) ConsentTaL AsnorMALITIES 18 DNA RepaAiring

P ) XERODERMA PIGMENTOSUM
@ ) Fancont’s Anemia
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&2 _ )
ADENOSINE DEAMINASE ACTIVITIES IN ERYTHROCYTES
( j1 moLes/min/10 m. R.B.C.)

( S.Y.: PRPP SywtnETASE DEFICIENCY )

,ST.EROIID . " STEROID.
& | )
2.61 -7 2,08
NorwaL Ravee 2,15 — 2.95
Mean - - 2,48 (11Cases )

NUCLEOSIDE PHOSPHORYLASE AcTiviTy 1N ERVIHROCYTE
( ;1 moLes/min/10 mL R.B.C.)

( S.Y.: PRPP SynvuETASE DEFICIENCY )

STEROID | . Sveromp .
) @)
NormAL RANGE 0,40 — 0.77
Mean 0.64 (11 Cases) |




#1
PHOSPHORIBOSYLTRANSFERASE ACTIVITIES IN ERYTHROCYTES
€ N MOLES/HR/MG PROT, )

( S.Y.: PRPP SYNTHETASE DEFICIENCY )

3
Al

N Mean + S.D. .
- (93 CASES)

ADENINE - '29.1:6.8 "

|  GuaNTNE - 1039 +.20.7

HyPoXaNTHINE - -100.2 87.4

100.5 + 21.6
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