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Gly-X-Y-Gly-Pro-Y-Gly-X-Hyp-Gly-X-Y-Gly-X-Y
Amino acld sequence

X Y

Gly ' Gly
Gly Minor helix Gly

N-terminal end C-terminal end
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Major helix

B Osteogenesis imperfecta: effect of mutations on collagen formation

Normal 4 o Two triple helices of {o)2/{t2)s
— collagen type 1
2 [+ 23
Splicing or 2 it One triple helix of (o )2/ (02)s
- null mutation —— collagen type 1
in oy gene 2 o2

Ol type 1 (half the normal amount of collagen)

Missense 4 a4 (normat) 25% normal type |
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Types i, lli, or IV Osteogenesis Imperfecta

-AYY-



ey Akl ol adly I Lde e BLST &5~ (Regression)
L Jas 5 VY 6T plaadl BUS L5 0 0 gLl

Owelid Joiag Aol Gl Y OF (V848) 05 515 Oy S
plaall BLS o ol Joall g gemme o JVO 3l LN e (S ()
sl &l Sl by L ebeoV) Slud) Lhall ol adl S s
s o3 WS L et el Ll A B GOl L cdalans
cplaall BLSy (VDR) 5 (el Juind Sl g5 &abl dbas Y1 2>
Joid Sl e e BAD a8 1494 Dnu Sl s,
isy (V449) o5, plaadt BUS, plaall BLS, (VDR) (5)omelis
A(1488) o 5 55 sans

o2l b obdl dealis e (Y- V) 0420z dulys
O bl s S Osa) 98 oy () Cpalids IS pllanl
J8 L clldd bl ol Jo olial) =2l G sy 5,0 JY
LU Ogasen e abs e olidl S0 alis, (el gl
Sl OF O Ul ezl LS L el o oIS QIS () Gmeblid Ly
2 tdate Ay Lo Lo dabadl &YV plaall U ga) 50 s ('Ja..}'
Wl el Il
Subuant Jaadld 19 el @~ 9 A1y o1 A8 (1 padele

Jsb BN (Gl cedt oo 0 808 L O dal )l b
Lo oo plhall Sy wllaoes ClISy cas ey ol IS
BUS, A e b ey SV Ayb o Ll dha LA G by
.(Dexa) a1 5,k e planl)

-\Y¢-



cialbaze Ll o1 Al ol g (.s\jﬂ\ S cd ol ol
Ll el e Sl e S cwlis SN oWl GdS
Lol Ll &3, el gl (5535 pneell SoBes ™

lyoy el @S (s ,SA (y) “M}»},Q\ S Aoy LS
e G Ay Ol ebasdon Gy O 2575 o5 o el B
cellaal BLS e 55l (VDR) > (el

-AY0-



