FLRHSRA LR F TFLARRRLES EFEBH, EFTHL)
- 3 F 2 2 [Osteogenesis imperfecta, OI] -

O fRTFHR ¢ A RRE AV L pETHRE 728 (4 ])

o b~ DD E

[ Xk (L&)

[] AFIEPRIEL(LR)
[] 21 HiFd (v R)
[ *PFHARBEGER)

P

BN

A TR

Lo feA (¢ &) [J% s # (Age at disease onset) &
2 RERL G Ol
CJxgrg et @

H )?; B 7 J—m})‘;‘;)’_ﬁ‘
S BT
(22)

CIX % ¢ 2@ m:8 @
[]# i > B]4od73 t4(Sporadic)
(& 5%

TEER(CE D)
L3 2@F 47X k)
TSR 0 7 GH R +)

B Bop R ER . )
Bk 3 (% g mEGrrR )

3. TR RA(v %) (17 n“yT"'I'}fS’FﬁZ Q(—LKIT% )
L= &35 Grre &)
[]¥ 4% (£ B F » = Percentile)
[CIRE & %45 G e &)
HESERICSE TR

B. #1 4,

1 X &5 (ek)

2. it Dexat F A&

GE#)

Zscore-25 T (R BEKAFRS)

AT REFEL (R R)

SRR RRE
4%D

(2t &adF )




i

BRI

2. 4 = pR s i'«:}%%}‘},ﬂq&r
ALP %

D.AFIHBEHFEL (L)

GHHE Rz 2)

Type LILIILIV: COLAI, COLA2
Type V: IFITM5

Type VI: SEPRINF']
Type VII: CRTAP
Type VIII: LEPRE]
Type IX: PPIB

Type X: SEPRINH
Type XI: FKBPI10
Type XII: BMP1

Type XIII: SP7

Type XIV: TMEM38B
Type XV: WNT1

Type XVI: CREB3L1
Type XVII: SPARC
Type XIX: MBTPS?2

[JR & opt AR R EF -




HARANARMREE "FRAARMBEAREERERY FEXAER)
-7 F 7~ 2 # [Osteogenesis imperfecta, OI]-

EHF XA

(] Xke#g@s)

(] ARBARE(LR)
(] A ibisais(®)
(] BEEEREGESD

(] mBEH: GHEBERERAMAZRBEERHATE E(LR)

B R (2 &)
[] 4% 5 F# (Age at disease onset)

&

L] %% ¢ (Family history) [##2atta@ a4 XE e @4 > 48t (Sporadic) (] &

¥

%

B AR A& -
. T &2 k(% 20 —18):
(] #4488
(] BeRe s oy
2. HibREEKCGEENE 8
(] g&amEn
(I FEEmERE
(] =Aa®m
(] #5)
L] Bt
(lEhE%

WEER
L B mESR(RMEHEE)
(] XK R (2 %)
[] Dexa® § % & £ (E4E)
2. AR/ E(LE > EMHBBRETERM):
L] 45
L] =%
HEREN S
L] 44 %D
[] Alkaline Phosphatase
L] R4 fbiesh > 353200

R EBRBRE(LE):
(A zmtRER 5 TFHEA

Type LILIILIV: COLAI, COLA2
Type VII. CRTAP

Type X: SEPRINHI

Type XIII: SP7

Type XVI: CREB3LI

O B smte R n R

Rz 8 B (48 B 20k A R 34 HOMIM & # &) -
Type V: IFITM5 Type VI: SEPRINFI

Type VIII: LEPRE] TypeIX: PPIB
Type XI: FKBPI0 Type XIl: BMP1
Type XIV: TMEM3S8B Type XV: WNTI

Type XVII: SPARC Type XIX: MBTPS2

Y

FE—ALBEEBEARBAABRBRELAR SR

v

SRR | RE A

# 54 SURK -

. OMIM® - Online Mendelian Inheritance in Man® database (https:/www.omim.org)
. Kliegman RM. ed. Nelson Textbook of Pediatrics, 21st ed. Philadelphia, PA: Elsevier; 2020:3736-40.

R

. Tournis S, Dede AD. Osteogenesis imperfecta - A clinical update. Metabolism. 2018 Mar:;80:27-37. doi: 10.1016/j.metabol.2017.06.001.
. Marini IC, Forlino A, Béchinger HP, Bishop NI, Byers PH, Paepe A, Fassier F, Fratzl-Zelman N, Kozloff KM, Krakow D, Montpetit K.

Semler O. Osteogenesis imperfecta. Nat Rev Dis Primers. 2017 Aug 18;3:17052. doi: 10.1038/nrdp.2017.52.



