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A |xP4 9934.1 (31kD) b 0.7 4 <5 0.4

B |XPB/ERCC3 2q21 (89kD) ++ + — ~ 4+ 3~7

C |XPC 3q25 (106kD) ++* 14. 0 - 10~20 1.0

D |XPD/ERCC2 19q13.2 (87kD) ++ 38.0 - ~ ++ 20—~50 0.77

E |DDB2 11ql2-pll.2 (48kD) +* 38.3 - 40~60 2.2—~2. 4

F |XPF 16p13. 13 (126kD) 43. 7 —(?) 10—~20 1.7—~2.2

G |ERCC5 13933 (133kD) ++ 32 —~~++ {5 0. 6

V |POLH 6p21. 1-6p12 (83kD) +* 41.5 - 75~100 2.4~4.5
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XP DOFETHE & ARH T RIEHEE

- FZJEI(XP cutaneous disease) : 45%
XP-V, XP-D, XP-E, XP-F, XP-C, XP-G
- FRFOEIR A DFR(XP neurological disease) : 55%
XP-A. XP-D. XP-G. XP-F (#54}19)
XP-B : HAAGITHG, AR TITImEHI72 L
« A PEEREA DFRL(XP/CS complex) @ & CHE (3 #i)
XP-B/CS. XP-D/CS. XP-G/CS : SR AIHi
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BEANBEFEECSIYENMNDEOENMRRETABRHZEIL. BEATERELALGWELG. B
EORELZE. KEARRERXRTE. BRETORBREOE—IMEN, BABEZR4ABEGLNE—SLE
HYHBRTHDIZ10BLGLDNSLE,

BHEEMR

1. RIEHEES (EHRRFOET. REMBRCERETOES)

2. BEMTODNA BERBRTORENR (FNRBERZHABR TERZE. ENMRBHEOTREYN
DNA &RLEEDIET)

3. BEMRTORMEBRBES RIS, £E. ATV FET TORZ LM

4. BEHEE@EENERETOIMIKORE, A—T144 75 LTOEALANILOET)

C ERIZH
RILIAUVEE GRS B REEESE, IV VERBRLGEFENT 5,

D EnFHRE
1. XPA, XPB, XPC, XPD, XPE, XPF, XPG, XPV iBZIZFDEE

<BEHOHTII—>

definite XP:
(A DIEERZERDH D, FIEREARENSEEV., BEFRETXP BEEGFICENEERNRESINS-
B5E



(2)AFEKRD 1. 2.3, DLVFTIAHY . B-2 Ziif-L . BIHIFEMIERERICRYEREID XP Bz FEBAIC
FYUIEREELEIEY S BIEFRET XP HEREETFORHIEESREEDH OV IXEEFRITRE
WOEE

probable XP
(MAEKRDADADHY | B-2 Zial-L . EAEMFHEHRICKYBIEI O XP B FEAICIYVEEREAE
BTEN EEFRETXP BEELTFORNERNREEHDWIECFRITREREDEZES
(2)AFEKD1. 2.3, DETEMH-THE

possible XP
(MAFERDADH D HY . B-2 Ziif-L . BRI MERRICEYBIA O XP Bz FEAICKVBERENE
BLZL, BT EEMEFEERBRAREROSZE
(2)AFERD1, 20 ETEHE=TEHEA
(BAFERD T, 20WVWThhDAHEFH-TH. BREREET HEENEESINDEE
(LAFEKRD 1. 2. 3. 40T b EiET-L. RS XP LIS TLDIEE
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XP EEEFHEi D=8 DIELE
R IEFELK (D)
Y3—2:0 HL, 3. HY
HEINBIRR RS 0. G, 1. BE(SEHHILEIDOA) . 2. hEFE( EEROEVEEEICIEK).
3. EE(BEEOLEVERICIMA THE. BICHIHK)
RFE#E:0. 5L, 3. HY(BEF) .5 HY(ZH)

EESMER (N)
FE73:0. IE®E 1. BT (#EEREL) . 3. BT (WHEERLE)
BE:0 BEEAGL. 2. HTESE.3 BT . 4. fEY
HIFIHEEE:0. IEH. 2. [EEHY.3 BELETHEEH

BET -FEORMERE 0. IEH. 3. BFICOE 5. 4. W TFEH-FREH. 5. KEUH-BE
XP EEERIT

D1 A3 0~2:early cutaneous XP
D2 RAO73~5:pre—severe cutaneous XP
D3 X7 6~ :severe cutaneous XP

N(0): no neurological symptoms

N1 R3O7 0:early neurological XP

N2 R3O7F7 1~4: progressing neurological XP
N3 A7 5~: advanced neurological XP

XP EfEENEE
RAT—1:D1+N(-)
ATF—2:D2+N(-) D1+N1
AT—3:D3+N(-) D1+N2 D2+Nf1
AT—4  any D+N3, D3+any N

Xk, EROBENELOREFEESELET—EULICEY LAEWETHLY, BERERELMET A M
MBERFEIIZOWTH, BEEERONSRE 45,
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BRMEZEERL. BABBERZEL. BHEBKRBORR. BRLEZEL. KEEESERITRETD
BIREETHEA~GEH VNITUNED 8 DOYTTIL—TIZH Fon . FATIZE Yk R 7GR AE
REXTELHHEHEETH D,

2. [FH
BRE A~G #.V 202 TORREGEFI/HBELTINS, A~G BOBERF(E, EIMRIZE>TELS:
DNA BIEZEBETIBRICVERERZMEY.V HOBGEFIFESERYBAERICBRELGEREZES,
BRUEZRETIE. ChoDEBERFORBIZEY. BELOELRFMEATLEIZLITKY, RiEICE
BHEEZLN TS, L L, BOBBRITEROHER., EHEBEEBIC OV TORERF ETHTH S,
F-EHTOMBERDOHBOEHLFHATHS,
® 1 BRULEQREEGTFEEORKGSUICHBEFEE

i B& PR AE K gk ke
# RIFTER EHMREE
[RREEF KEE .| DS -
% JeiR PREEAEIR RS2 (D)
. o [BCC wﬂ ® |
T EES

A [XPA 9934.1 (31kD) +++ 9.7 ++ <H 0.4
B \XPB/ERCC3 2021 (89KD) ++ + - ~ 4+ 3~17

C |XPC 3925 (106kD) ++ 14.0 - 10~20 1.0
D XPD/ERCCZ 19913.2 (87kD) | ++ 38.0 -~ ++ 20~50 0.717
E [0DB2 11q12-p11. 2 (48kD) + 38.3 - 40~60 2.2~2.4
F XPF 16p13.13 (126kD) + 43.7 —~+ 10~200 1.7~2.2
G |FRCC5 13933 (133kD) + 32 + <5 0.6
V \POLH 6p21. 1-6p12 (83kD) + 41.5 - 75~1000 2.4~4.5

UDS: unscheduled DNA Synthesis A~ Hi DNA & ACHEE
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BEMEEE (LEZEWVHATL X D)
<HREBIE> E EANERERES ST ET

[BWE] BRBUEREZRE L., BHEEEOTE, ARIEELREL, REELZERICEAE
THERFEMELERTHD, A~GE. V (RUT ) B8 >OH 7 I N—F12550F
b b,

[E2] B ARARALISHT ARAEMEEIZ22 FAC 1 ANLHEESISN S, BEEIE 300~600
ANEHEEEND, HEATH, XPEEFEOKFEN A, HU4ABVETHD,

URR O] BIE A~G B, VRO TORKEETHE L TWD, A~GHOBIET
12 EARIC Z > TAE LT DNABEABET LBRICKHELREREZIED . VEOBELRFIX
BERVEAERICVERERZIEDS, AREEIETIE, ZhbooXRBIZEY, 5 b
STEBIEFAHEATLEI Z LI, BEBIIEDEEZ LTV,

# 1 GERMEERUEDRRKBREF & DR & NS F 89k

@ S PRIESR AR RO RFE

. FZ FEEAR

1 - SROIMIREE

JR K& =T . &I . | UDS -

M kR RS R JES M (D)

) .. |[BCC %1% %) ,
BE WA (J/m?)

SRR

A |XPA 9q934.1 (31kD) e 9.7 ++ < 5 0.4
B |XPB/FRCC3 2q21 (89kD) ++ + -~ ++ 3~7

C |XPC 3g25 (106kD) ++ 14.0 - 10~20 1.0
D XPD/ERCC2 19q13.2 (87kD) | ++ 38.0 — ~ +t 20~50 0. 77
E [DDB2 11q12-pll.2 (48KkD) + 38.3 - 40~60, 2.2~2.4
F |XPF 16p13. 13 (126kD) + 43,7 - 10~20 1.7~2.2
G |ERCC5 1333 (133KkD) + 32 + < 5 0.6
V |POLH 6p21. 1-6p12 (83kD) + 41.5 - 75~100] 2.4~4.5

UDS: unscheduled DNA Synthesis “~7EHIDNAG FKAE
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JCBEEDR D Y . R ACHEVBOLEREE ORI, EIFBHRARMNS B L, BUVLITIE 10



D R OIS HAVD, ARERIE, 3 RREN S HER L, 20 A EE O
HATRESE | SRS NI 5, BESE S 5-6 2 A DHNS, WTFho X A 7 b ET
B &N B HAEWN R G282 38 e 5,

[ERAOHE] AT b2y A BECIE, PR X 2 MEmE, R sk DU RS Sk
EENE U BRMEIC L A MR AEMICE b A A IHETH 5.,

W2 W OFIE

a) BRI H: (minimal erythema dose : MED) O R @ HRZJE, FFICF ORSER
BT DI HERTH D, Fo, XPTH CHE, B, VAICIE MED OfK
TEMT U LTI,

b) JEAREMOEIR © EECEIC IR U R0 e (R BE . BT ENE, BMMAE IROR,
JEHE) T E OB OGN R U TS BN B LT D

o) A% RO 72 FBE 7“

d) a)b) o) MEALNIEE, XP &5, MMM Z FAvC, RE DNA
BRREDIRT, m%f?ﬁ(ﬁﬁfﬁﬁf’w’c’rﬁiﬁ e @f‘fﬂﬂcﬂ%lﬁ’]ﬁk WaeT A M &7, il
PRIEIR & i Tl 2D 7 LTl s FR2 s L » TeEZ M 21772 9, XP
DEAFRWHITRBINE S TR Y | w5 l"*%nm IR, RO R A
BIRBEIC RO TR AN ARETH D,

CSRPERLBOIE CIOEHEBEUER . BOLE O SR REE 72 & DR AER I3 3@ L <
WD HOO JRREBS I3 8 T DH U MRIEIR & E 5 2 A T E kbl a2 A 7
JEHOBBAEIR S BIERY & BEAER N o 0 . TR, AEERENARESRRDDT, —EH«
HOBARFRBW AT 2\ € DR DU K5 BEHREFIE TP 2 5 B3R
N,

(150 & ] MAMERIETOELH L SN TE LT, LER. NER - iRE. IR
B HER, BRAE. ER . WIREER ELREROEMMA T — L5 MA T, B,
BERAT =y 7 MEEERER. Vv VEBEREOREF T Cbied, RiE, FREE
O HEAEIRZEM TR T ANENRT v b7 4 VA EBED, SMEERCE, BT, KE, W
VA V=R K DRERENEITR S, Hx ODRERIEAT—T FBIEEML, EiK
SIS UTOBIEIRR, A 2 6T PR 5FU DA E 2 RIRT 5, AT ki 500k
FRFEIR T B 08, EHABEENAT b2 T NIEERE CHEECTHBRAERIET H72
W, AP 5 A R < S, QOL IEE LK T 2%, WY - TER Tik
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PR FRAEIEAE 1 Y
HHEE— (BBORSEE SR ED & i B e )

1) e
a T

PRRHRMEREIE T 7 (NFL, Ly Z DU T ATB IR 7=« 4 - LEE,
TRARMERE & W O R R IR 2 E e L, 20I13hvE, IR, ffﬁlﬂfﬁ_%%, L=
HALRE 72 Rk 2 RIBERICZE R EE A L HRIHETH D e R EE D
EHEEBRTH D,

b %

HAKI 3,000 AIZ 1 ADOEBISTAE L, RIERDBEEIIL 40,000 N EHEE SN
TW5, BERIZHEEDAFEZET 2V, NFlL XEBEHEOERETHAN, BED
PELL BITOEB] (3ERER) Th A,

c WA - ke

BREG T 17 BRAKER (17q11.2) ISAZEL, 4/ L DNA IE 350kb 12
B LEE KRB MERTF (VFEETF) T, FDOEHEDIZ neurofibromin (== —n
T4 7aIy) EFEINA[L, 2], ==2—ua 7 7 a3 L RAS B A DKERE
BIZHIE L TR Y, MEEEmME T 2ERE2ET 53], WFIBGTICEREY
X /-4 & RAS/mitogen activated protein kinase (MAPK) #REE=° PISK/AKT #%
BOEMALZAL, e RREEA TS EHB SN TV AR, 3 LVEEICS
WTITWEZERAZE B Z ), NF1L Tidb &b & —FHd allele (7 L) 1T
BERHDHN, A IRFESTH I HFD allele ICHLEFENEI > TNDH I L0
SRR B AN > CETNB[4], 7L, NP1 CHERED Ky FZHy Mk
{, BIETOREERKER ERFNREE 2RV T genotype (BEizTFH) &
phenotype (FRERAY) (ZHBIXZRV, £/, F—FRNIZBWTHLZOERITK
=< ERD,

d fEk (X 1 &)

NF1 %, AT OERZ R &35 [5],

ATz A VBE—Z < ITHERNOAONDRBETEY L2130 ORVWBET
HY, BITRVINVT a—b —EBNLEBEWBEIZE S E THA T, BAFRENI
B OPRYE iif%j’bfib\ ﬂ:/ TEABOLDRL L, LHhEH RO LR
HEELTWA /MR £ 0.5cm LA B, FRATIFE L. bem L E R EYEL T 5,

PR A Nl — %@XDZN\ ITRALE T D DO B ORI AR HENE 1 X BRI X
DEFICEETDH, ZOIENPKBEHENOMEERMERE (nodular plexiform



neurofibroma ; 20% 2 & F) , OVF A VE O #p & HE HENE (diffuse plexiform
neurofibroma ; 10%) NAHILD T &b D, MEEOMBARHMEIEIT O E AMERRE
FRHEREPNIZAE U D Z &0, 20 &R IEBILRIC B TS0l NIC BRIk IC %
BT LLEbH D,
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