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A Case Report on Vitamin D-dependent Rickets Type 1 with Failure to Thrive

and Regression of Motor Development

Yuki YASUDA, Hisafumi MATSUOKA and Shigetaka SUGIHARA
Department of Pediatrics, Tokyo Women’s Medical University Medical Center East

Vitamin D-dependent rickets typel is a rare autosomal recessive disorder caused by renal deficiency of 25-

hydroxyvitamin D; lo-hydroxylase. We had a 20-month old male patient with failure to thrive and regression of

motor development. His clinical findings and biochemical data were consistent with a diagnosis of rickets. Fur-

thermore, X-ray examination results showed typical signs of rickets. He was treated with lo-hydroxyvitamin D

supplementation. Both his height and motor development were gradually improved. Consequently in case of

short stature, the rare possibility of vitamin D-dependent rickets typel should be considered.

Key Words: vitamin D-dependent rickets type 1, 25-hydroxyvitamin D lo-hydroxylase, short stature

w =5 WA % AT LEH %% L
¥y Iy DKL 2 IR 25(0H)VitD % RIRRE © 5C BAPESERE 1 Il B R SUEAN
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LMD, LW ERLZMARET 5. £-30SD, AE-25SD & 720, 1@IFICIZIKE
i Bl H —30SD & 7% o7 (Fig. 1). EEFEIL 1 K T
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Fig. 1 Growth curve (Cross-sectional growth chart for Japanese male)
Height velocity was good until 6 months old, but it was an underdevelopment gradually.

ABRBFIRAE : &K 665cm (-4.3SD), 1AH 745
kg (-=25SD), HEHPH 47 cm (mean), JWPH 405 cm
(—=35SD), A IKHE RAF, BakiGH, SRR,
BBz L, KAMPASH, BEHIEE, BRIk
DFEBD Y, MR E 2 L, BFRET %
L, MZEMmzL, OMWTRIEHRLTVwSZ NS
W, BRI RCEHE TR TR RIRES L TV B 23 il
OAFE AR AL IR, ABEES) 2 L, BIR$EZR
L, BEARL, #i2ml

ABRRBRERRR - 8 : i Cafli 52 mg/dl, £
% 4t Ca fii 0.5 mmol/I, IiiFf P 42 mg/dl & & b
WA CH b, ALP 1 3,079 1U/I, intact-PTH i 219
pg/ml £ EfHTH -7z (Tablel). FOHH X HE

BT, < 2WICHFENE SN D5 millgko A
(flaring) Ar 7 K& S5 @0 OMIRMEM (cupping)
i % o7 (Fig.2). 512 25(0H)D fii 32 pg/
ul & 1E%, 1,25(0H).D fiid 3.8 pg/ul LKMETH -
7o, F 72, BHER MRI M T oSt 20 <, SE
BICHREI RO o7, HHCTHRETD
FIRALHT W % R0 2 7r o 72, B O Bl X SR %
[To72L 25, AAMDIERIZTRTRE LN TV,
KRABRDIEH T A SN Do 7z, IEPRA D T L
7288, BERIIEA STV, MR EOER D
7o DI, KRR R B A, KINE BRI -
7205, WENDIEWKILTH -7z, M7 3 By
B IR A BRI /AT D F- I L7228, BEFT IS
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Table 1 Laboratory data on admission

< Complete blood count> ALP 3,079 1U/1 25 (OH) D 32 pg/ul

WBC 7,700 /ul liver type 7 % 1,25 (OH):D 38 pg/ul

RBC 445x10* /ul bone type 93 %

Hb 11.8 g/dl CPK 248 U/1 <Urinalysis >

Ht 344 % BUN 84 mg/dl Ca/Cr 0.02

Plt 294 x10* /ul Cr 0.12 mg/dl %TRP 94.3 %
<Blood chemistry > Na 139 mEq/!1

TP 64 g/dl K 44 mEq/I

Alb 45 g/dl Cl 107 mEq/!

CRP 0.03 mg/dl Ca 5.2 mg/dl

AST 48 TU/1 i-Ca 0.508 mmol/!

ALT 28 TU/1 P 4.2 mg/dl

LDH 448 1U/1 -PTH 219 pg/ml

z =

Fig. 2 X-ray of left hand and wrist at diagnosis
This X-ray showed the rarefaction of bone cortex, the
flaring of the marginal region of bone and decline of
bone shadow (arrow).

Nhhoie.

DL EoRIRE, NAWFHImEL)Ees I 0D
RAFEL 29 TR & 3Bl L 72, Witk 1k 6 2 H &
DIEMRIY ¥ 3 0 D ®EOEY % 004 ug/kg/H 2
LB L 7z, i Ca, P, ALPHOS#IZIE 2% 2
2 HEER T 020 ug/kg/H F CTHEDLETH - 72
B, TOBRKFBIZHEIRRE 2->THEY 4i% 4 2 H
BEI21X 005 ug/kg/ HTH 5. FEIE, HIRTO —43
SD %5 -32SD £ THYUHEL TS, HEFEED H
RPICYEE RO, WG 1 FRIEH O]
BE& o7z, HOHM XM TY, <2k
e B R RO TS (Fig. 3).

R, B, N - AR, ERAE
e LG, KRRFA L AT L7 5o B X R
75, ik Ca flifii, ALP BfEL )  29AE Z b1
7o, B OANE TH 2 ERHIRCREIE L TB 5
F, HRRBARRLH V- 7ZHAEL 2L, €43
YD RZEWEDL BHEFEZ I W, FRAROAIK
LIEBEMCHGE I 0THY, RBTRD:
IS AVIERAZIREICAECZ b0 EE 2, %
REEEL Y HHERMEL 2HOWREMEA = W E E 2 7.
CoOZ &Iz, 25-(OH) VitD fH1EH, 1,25(0H).
VitDME L D €% 3 ¥ DiGMALEEE O 1o KEEAL
BEEETHLEY IV DIRGEEL BHRIREZ
ZHNn7z.

vy 3y DA B, TS AN S
N5, & HITHERIIERE CTH L25, LN
REE KR TICL28E08N, G2K, K
NV AFEIC X BT WAL ETRET 777, 3k
TRBOBNTHRRLINSE Z L LS. REFID X
AN, BEHIEOBITLERE LR LHEDALN
507 EREER, BREOAKLEEICLY), B
BOMARNORENEESINL-OIGEZ 5. &
A, BIERICB 2 E oM tbvw gk s L
THU L. PhEERcE U021, hEs
BATERONER & 72 > TH1E &2k (rachitic rosary) &
%, BATRIIGR T, BE8EICA U2z gikAbiELC
L 2EMBEOETICE D OMZ & T OZE ANk
5. WOWHITEEL, TF XIVBEAEIRD
5NBY. Fa ORERIT D EEH BRI T X VIEK
RELEZONDWHIROFELERD TNz, AEE
1 2015 45, JEAE G B 08 D HIRE HER & 72 D ST
DD SN2 BWIRIEZ LRI TH - 7225,
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Fig. 3 X-ray of lower extremities
A, D: Before lo-hydroxyvitamin D treatment. This X-ray showed the rarefaction of bone
cortex and the flaring of marginal region of the bone.

B, E: 1 year after treatment.
C, F: 2 years after lo-hydroxyvitamin D treatment. The signs of rickets were improved
gradually. A curve of a bone standed out.

BETRIBMOBELTLIENTE S, (OH)D 2% 5. &512, F& L TEMEME T lo

Yy Iy DKL AWM IMIZE Y I v Do WARBRALEEFE IS X D G o 1025 (0H).D 1228
KPS VAL D R BE IS L 2B TH S, € ¥ 3 X, RDBVABEN BT 520, N
YDIFEWI VEIL H5HVIIEETERMRICED ZIUDEMIENDEY. ZOB\BED lo KBILEES
B E N, W T 25 M AKBRILEEEIC X D 25 EEOEEICE VIEHEAE & 3 Y DAEE ST
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ABREMEVESY IV DRZERERET L. it
KREWRIEERE LD, 1ZTEAEDEET lo KR
LI FE AT (CYP27B1) D7 LIV DRI TRD
5N5Y. BAEE TITHAD X Oy ) & 50 FlkERE
EOBETERPHMESNTEY, #E BT
BTHb ERIIDIESTIALVR, FUEUA,
WIIFARLE, TL—LY 7 MR EDERMBALN
%7 REAABEREIZ, BEASEE 2 TR CTdh - 72,
WA, ERE R TRNICREINC TP - xS
TEL L) IIAROBETHRELTLIERDID 5 &
Zzohiz, %, MBICHEZAZS 2 TEET
BEETAHTETH 5.

B EOIEUAE Y I 2 D oK 254%)
TH DA, HBFEIPICIE Ca i VT L %2 546
v, RETIE, ZFRd CIEERE s I D
BRI OP %MLz, I Cafliz i S8 572
DI, NI R ALEETH - 7278, EEYHEE,
GREOMMEERL NI B L RO HEMR LT
X3 A F THEERNIYUEL TS, Zokd
BEHEEFFHRL TS, FREBIZEE2b0h, 0
Ml AR B % K72 T IRR AT B DD 5B O
BISEPLETHL L EDbNS.

w B

LYy 3y DARLENE < 5906 1 B o i) & 2 BR
L7z, AEBROBERMETH 5705, £ 3/REMI
EREIND, EERE Y I 2 D #BAOEGDOAT,
WERFT R B SD 2 a7 owEBl R LD, i
RATHL, BT L CRRINC - &) 25 L & &A%l
THAHA, BIATERDFEINTE Y EIE T
PWEMGZEELH L. T2, NEFAO XS BT
FHRIZZZTLHLH L7720, EREODEDE
LTREIIBRERETHLLEERS.
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