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BILRBIE (pycnodysostosis) (3. BEMLIE. BEFEEEREL L. BEE. BUKSERROBMBRT & 2%F
BMETIEPBARLEEOBEERERTBDOTENUERAKEBTH 5, 199542 linkage analysis Ik D K&
BoRKBEFHRBED 102100 EICH 2 2 LBHE SO, HOTI996E I, FEBMHEFRIICIFRIICR
BLTWBYRFA V707 T—€¥THBh 77 VK (CK) BEFOERITLZbOTHS LG shis,
Fx 3EPicB 1 5 4 HIO pycnodysostosis BEITH L CKBEFOBITEITV, BRULAHFLVWEEBETFIZ2
U T MR I AR %47 - 720 '

@779

WA 75 FIA % 7R Y pycnodysostosis 4 FEFNIZ DT, BEKRMMA S genomic DNA 2#iiL. #7577 VK#
EFOEERFIERE LI, fEF 4 t:ouxftiiﬁﬁmﬁé#ﬁ T -7, FEIZ, a0 bo—b& UTEESMITONT
bR ETT > 7o FILWI A 7OBRFREEZTULER 4 ICBVTR, BIROKEL LUFHM L »FH LUK
B L » RNA 2 L. 2ho® RNA X9 RT-PCR#IC & D) CK ¢c—DNA %8 T, EERFIERE
Lz

Z RS 4 HKOEREH> CK—cDNA & b PCR #% b 5L 1 L REAI L D IEH CK—DNA 8T, @
12 FLAG epitope tag 2217, RHER7 ¥ — pcDNAS.LIZHARAAK, Tho% COS— THRIRHRR I €.
CKm—RNA %38 % RT-PCR &ic X b i L. CK BAXKBR AN FLAG R ERAVWLRBEREBES LT YIRS &
TavFa vIIREVER LI,

(ki)

BEFRFET > APt h 7 7Y VKBEFERERD I, 1 TR I7 VA F FIBBOCHTAEK
RLTED, TI/B1TEBDOTS = (GCG) MY v (GTQ) ~NEERLTOW I, ERI2E3 TR, 274 F
FSBZEDOTHRELTED, EI STV —LY 7 MERBBIY, I0BEOIFUBA by Fa NV EZ->TW
Teo B AT, X7LAF FBBIFOCOTAOEEMNA NI, ChRVY T FIIRTF RO IFDODA ¥V
(CCA) o7y v (C_’I_‘A) ~NOERIHT1: B, FRIIERE L EHRO heterozygous TH D, ki, EEHEID ho-
mozygous TH » 12 EFOFTR., COERRBEDShN M- 1o, BF CK—cDNA. EEH CK—cDNA # A#kE
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Tii. m—RNA OREHIWThRAvohics, BAORBRRZ. EEATF 7Y VKEAGRTRARERBIZL DA
fagicln ohichs, BECK-cDNAEBAMRTRERLZDONUIh T, VZRI VY TOwTFA V7T, B
# CK—cDNA 2# A L7- I TId, IEH CK—cDNA 28 A U HIBIC HRBARARBELIFEY LT,

[#4E]

BTLI AR, ThZEhAT 7Y VKBEFORLZPAOREER LI, T~ THHEKMNIZIZ pycunody-
sostosis BB TH » 72, ZDERIZ. #7577 ¥ K pycnodysostosis ODBEABIZFTH I 2B M IFE60
Thb, M 1IZ. BECREOHIBETFRETH -7 EM2.3RT LB, AETREDOL L, HBOBIR
FRETH -1, BT, 4R, 5 TRLABEORVAT TV VK OV FVRTF FBEFORETH -1,

COSTABLIBPRALRICLD, EHATHAOMIL YV FIRTF FELPOBEFRECIV AT TV VK
O m—RNADBRBIhTH, BHEESEEIhZ I EMNTAES N, Chid. Y7+ IWRTF FOBUKEEER
Flick s a—~Y v 7 AMEN, herical-breaking residue T» % Pro i L W BifE S h 3 72, BHO/Matkps®
BiFohiclLitkdEELIOh3, COkHD, REFITRATF 7Y VKOBEERE %K U, pycnodysostosis IZ
BEoEEZS5his,

RXEEOHEROVEE

BILRBAE (Pycnodysostosis) (3. MO TR LWERKEROVD LS THY, 20FRBEFTHIAT IV v
Kit. BRINETS 5 ACROBEAMEET3EENE 707 T—¥Ths, AFRLELTR, BEICED 3
Pycnodysostosis ((BILERFIE) BEOBEZEFRBITHHDTITbH, 320RLIBEFREMRESHL, 20 B
ORHBOBEFRETH -7 ORI, BILREE (Pycnodysostosis) »i, BIEFAIIC homogeneous 73
RETHBEILEBNIZHDTH- T,

FEle, Y7 FIVRTF FEB5 O hydrophobic core B4+ ic I XtV AEREZR L 1 Flick TR, BEERER
W BEFEAERNSITOA, COERBELSZEICEY m—RNABARSWTHLEAARBEESh B - &
ENLZR3

YITFNVRTF PP OBEFERIIIVEI s HRBORERBV L, KEICLY, YT FIURTF FOH
&, BEEZH 5 5 A T, FiclAANRINIZENZ S,

UbkoZ &b, AFRRENOREITETELEL 5023,
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