21-~4 FuFv5—ERBED
S FBAEFRIBTIE

SBFEE A e ES
(FLIM A SR BRI

ERERBEBEORTS - & bEEDBESOD 1D TH B2-1~14 Fatv s -2 /KA
EAERKBEOREZRNBINOD D= FvERE UTRY LIF 2 Q45T BRERIBRIT 21T -
7o 21-NA KB u kv 5 — ¥ RETFEMEE 4 HoBETF (C4A, C4B) IKHEE LT, 21A &I
F (BEET) & 21B BEFHEALAL, Thbld Taql 5L Bl Ok & SDENIC
E-oTKAEN B, KEOREENT 7 2 4 FOIBICBNT 21B BEFicHind 53.7Kb
Taq I WK BED SNEH -7, ZORBANT w54 70HL T 21B BEFICHFIET S
11 Kb BglIltH iz 6 b &b, 21A BT L 21B EEFOM TR ETFEBRPAEL
T B ARE XNl REDPEEEDMIC, BEEU/IEEFHRIKCBEVWTOAELZZD
SO BEROBENREDRETFEELESERICL, BAMIKEZRERZILLLTVEEDE
EZbNhb,

E G & (<

EXRBEFECHTOIRIBEEOBEOSDOD1DTH S 21-~14 Fu+ v 5 —ERIEBIER
EREFOREERBROLDOEF VERE LTI FFAEOHERHE S ICET 2~ =
AI V-2 S OREREB LT CRME L CE, EORKEORERELHOMCL, 2
W, T, BEEOBERBICET A EEHNE LTAFEOS T EEZOBIT 2T - 7o

FIERAFEIR DB EERE, FAERZE BcARTOBHLEFRETIEMBHE
&, BICEERE, BERUTLEDIEEHB LV - HEERBERBELEET 5. WThOBRKR
b HLA SES UCBEHEHBEEE UTEERT 2 EBH LM IR ENTO M, BRIKIE->T
21-~4 Fo+v5—20D cDNA pEEIH, 2M@0D2-4 Fo+vs—w&ET 2 HLA
73 AMICEYT 2HAE AR CABETICBELTCHEETACEBHL N LB 2709, b
hbild C4cDNA BEU21-~4 Fu+v 35—+ cDNA 27u—7¢ LT HLA-7 5 XTI
BEFO7 0 —-= Y 7202 OREVFERT TICHE Lice REEIZE 5T Southern 7
2y PECIOBEEREFICRAD 5115 RFLP (Restriction Fragment Length Polymorphism)
TREMICHET L, RERBETFOBERITEED

HRELVHE

i) DNA Vo-—-7
White Slc kDB XN /2 +21-n 4 FrF+ v 35—+ cDNA (PC21/3C)Y 27 o —7 &
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LTHW,

i) %

MBERDOENAEREI2YE (EREM L, HMBUE45) 2REEL T B125R464
ERHRE L. HBRELTIY HLA S =85 RTHIIEE AT A W BRE A ICE#EM S
HLA-~A1, B8, DR3 ~ 7o % 1 713 C4A, 21A 2RELTH B bbb LT, 20+ s
& (AVL, LHM) 31 v S EETH B &3N3,

iii) 2% DNA ol

KBMAMRSZ20E EB v 4 v 2ERNT IS Y27 5 —aU72B Y v 3T AL MR
5 SDS-7 =/ —AET A E MM U, RNase JUFE% 10 mM Tris-HCL, 1 mM EDTA
PHS.0 BEHKICH UTHEHL, =42/ — VLB TESTF DNA Z2EIX L,

iv) Southern 7'm . bk

10 pg OFE5F DNA % 20U OFIfREER (Taq I, Bglll) THE/L:H, 0.8%, 0.5%
TH e —REXKKET DNA %248 L, Southern O Fiklicky DNAWE 2=t o xr
=274 NE—=CT 0w bl, 78—TENATVEALA €=V a vEfTol, Fu—T 3=
vy I P VARV —Ya VIETYP EEL, A-1r73YA 7574 k0T n—TEN T Y
# 4 2Ltz DNA W28,

i E2

Taq I /8{k1%®D Southern 7wy FiEBWT, BEHAANE T 3.7Kb & 3.2Kb 2
KDY FIRBHLNE0ICH L, REBZFI2ATEEAMBEZR 24 E, h) Tk 3.7Kb O
Y EBEDLNT, 3.2Kb Oy FOSMEEINT (M1). i 3 £DEE (EHELR 2
% eg BHMBUHMIL:) TR2AO Y FHRBDONE 0D 3.7Kb @y ks
3.2K,b 0y FXDBEOBETH S EHEESN, BODTETEELVEED 2 KD~
vIEsEEINT (H1). ZOBBEREORE 7024 7O30%1c3.7Kb Taq I liiF D
RIEDED bilco ThEL7 v — vORBRITICE 3. 7TKb Taq I il i3 21B &EFICET
B EMHERLTERYD, BE 21B #HEZFOHEEFTS HLA-AL B8, DR3 + =#HAAKTRE
3.7Kb onv rosaksm@bdonsi (B2).

3.7Kb O~y FREEENT L - BE f ORRC OV TRABOREEFT -7l b, %
wErir HLA A7 a2 4 7ERELBL R THELOBED 2 KD/ v F YD 51301
T, BEETHEIRXBEMTIZ3.7TKb @ v Fa33.2Kb Oy FADHENVEETHEC
EhEEEIN (M3)e 20T EED3.TKD Tag I i ORENEEZLETF &H UoBEER
LD EBHERIN

S5l 21B BETICHIET S 3.7TKb Taq I BB Shlih-cBE L, hito>0T
Bl I 4/t AR OMIT AT -7z & C A HLA-AL, B8, DR3 & = A4 TIHI1Kb O/ FD
APEEIN O L, BE L, hTRMBOEFRWREBEHKIC 12Kb & 11Kb @ 24D/
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. (kb)
Restriction Enzyme : Taq I
Probe : pC21/3C
SW : Salt Wasting Type
SV : Simple Virilizing Type
B 1 Southern Blot Analysis of 21-Hydroxylase

Genes in Patients
carrying 21-Hydroxylase Deficiency

(kb)
Restriction Enzy“me: Taq 1
Probe : pC21/3C

f: HLA-A26. B39. DR4 homozygous

h: HLA-A2, 24. B35, w6l

ﬁgkﬂ : HLA-AL. B8. DR3 homozygous

2 Patterns of Tag I Fragments visualized
in Southem Blot Analysis
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a/b c/d a/c a/d b/d

Restriction Enzyme : Taq I
Probe : pC21/3C
a: HLA-Awl9, Bw61, Cw3

b : HLA-A2, B35, Cw3

¢ : HLA-A1l, Bw60, —

d : HLA-A24, Bw61, —

Bd3 Segregation of Taq I Polymorphism in a Family carrying
21-Hydroxylase Deficiency

f. h. AVL. LHM. Others

(o

Restriction Enzyme : Bgl T
Probe : pC21/3C

f : HLA-A26.B39.DR4 homozygous

h: HLA-A2, 24.B35, w6l

%1](4} : HLA-Al. B8.DR3 homozygous

B4 Patterns of Bgl T Fragments visualized
in Southern Blot Analysis
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U ¥ pEc Y BT (K 4)e F75bB11 Kb BglI Wi i3 21B BETICHNT 5 EEL S
nasEE . hcRECREEET 22 205 3.7 Kb Taq I WE ORFERLT Lb 21B
BLEFORERRECLIASDTREBNC EREINT,

z -

KEDREEAT T 2 4 7DF30%ic 3.7 Kb Taq I i ORELSZED 51, €NBHAEER
FLRUSEE 2 — v RRTCENS, 3.7 Kb Taq I WiF OREREEICE N TRHER
EETAHEEL OGNS, 3.7Kb Taq I Wi i 21B BEFIHIET 32 &Hh 5, £ DRER
21B BT OREICHET BAREMSEZ Sh, BE White S1I3AAQREBRFICHFEIIE
HLA-Bwi7 ~7 1 % 4 7ICBNT 21B BEFOREEBMELT TICHRE LTVEY, FX
HLA-A1, B8, DR3 # = #AKTIE C4A BLT 21A AESUBETERICRENSTD NS
M DEFILREC b b STHRNICIBETH 5 C &b 6, 214 BRTEAERE L3
BEBRGIITNEEL BN T . BHRE b1, 214, 21B BETFOERERLIZRE LiEE
FEICEESOHERENZD N3 500 21A BEZFE, BEETTH L T EZIEH LY,
CDTEDD 2B BEFORENKES b LTEROLIDEELZONE. L LEMS
3.7Kb Taq I lff- 22 5N 2 ZDRE TR 21B BETFIXIET % 11 Kb Bgl itk 28
BrRhTOBECELD 21B BEFORIBREBEET HLEBBAIC 0. LILW-TCO
#£4 3.7Kb Taq I i ORER 21B BEFORKUAOER, 718hH 3.7Kb ® Taql
WiE-% 3.2Kb OUWFICHZBERICK > THELTWAEELZ DN S, £ LTHOBREBEI B
ZRBEOEIT» O bHEAADEEDEER T4 7iKAONS 3.7TKb Taq LT OFRER
REXDBZDMOERICEZHODBENEEL NS, 21B EET® 3.7Kb Taq I frh 58
3.2Kb Taq I i icZ T 2ERE LTROAALEZOTER SELICIBTET SRV,

Normal
21A caB 2.
B 1371
I 12 1 I 111
HLA-A1B8DR3 haplotype
H 4B 21B
137]
T I 11l
Mutation
C4A H 21A c4B |21
1321 1321
I 127 ] T 1]
T :Taqf T :Bdll (<)

®5 Models of the Absence of 3.7 Kb Taq I
Fragments in Southern Analysis of DNA
prepared from 2 Patients with 21-
OHase Deficiency
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LA D BELTHEY 21A EEFREET 2 Taql iR LA URSICE/LLTNELC
L, ) BHBHNKEELTEUALEELIONRS 21A & 21B BETRHOERESIERCEE
ThbT &, 3) AEOEBETHESMOBMEEBLROEECLLEZLI BV ELRED
5, BLAESICRERT LI 21A @ 3.2Kb Taq I WA &irB8Z TR & 21B @ 3.7Kb
Taq I WA 2 & EETFRROBTEETERENPEU T B3R EE SRS RBINE, —F
HLA-Al, B8, DR3 ~7m x4 7Tid C4B & C4A 0 5 lITREXREHEU 2 i C4A
E21A BEREULICEHAMENTVEY A MHC 75X [ DP~Tra v EERLE
BEb D2 v 2 HOBETTH, HRATEETFPEREREICH D UATEET 25 EH
EFHEEHRRLTED, RERKORERXPELFERED » oL > TEREFEOED
MREBRIINTONBEEEZLONTVEY?, DTN X2U- N Fodryv 7 —¥# EF 0
BEE L 2MHDOBEFLIOREINTOE LV CEBREOEBZTHEELERICL, FEI
LEBEEZBLLLTOABDEELON S,

¥ &

-4 Kok s —eREFR HLA 75 2 IMETFERO C4 #E Fic b LT 21A
BHEZF (BEET) & 2B BEFHEEL, 2105l TaglliFoRSZ20ENCL > TR
Bladhbd, REOBENT 024 7ORK0BICENT 21B B Ficxt 45 3.7Kb Taq I It
FOFRENBEINTD, FN5DE I 2B BETOREIL L 2D TR, 21A &
21B BETHEOBETFE#RIC X A EEIRE I N,
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BEHTFIRA b OCRGEEMXTER YIMHER ﬁ
BXO—BTIH. BREOMRECERENETAIRENHYET

1 21-
21- 4 (C4A,C4B) ,21A
( ) 2B , Taq Bgl
30% 21B
3.7KbTaq , 21B

11Kb Bgl ,21A 21B



