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Renal Cystinosis: Review of 10 Cases
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Abstract

Backgrounds and Obijectives: Cystinosis presents with renal and extrarenal manifestations. The aim of this
study is to review the clinical presentations of children who diagnosed as cystinosis during the last 10 years in
Children’s Hospital of Tabriz.

Materials and Methods: In this case series study, medical records of 10 children with cystinosis were evaluated.
Their physical findings and laboratory data were collected and expressed using descriptive statistic analysis.

Results: The mean age of patients at the time of diagnosis was 24 months and they reached to end stage renal
failure at mean age of 95 months, it was diagnosed as early as 9th months by corneal examination. Hypercalciuria
was present in half of our patients but urolithiasis was not found in any patient. Subclinical hypothyroidism was
detected in 5 years of old and frank hypothyroidsm occured simultaneously with end stage renal failure in all of
patients.

Conclusion: Cystinosis is a rare disease in our area. Cystinosis can be diagnosed earlier by ophthalmologic
examination. Subclinical hypothyroidism and hypercalciuria are common in cystinosis as we found in our study.

Keywords: Cystinosis, Hypercalciuria, Hypothyroidism

“Corresponding author:
E-mail: madjidmalaki@gmail.com



VF-VY Glads \WAY Cadigan ) 9 (a9 8 V) ojlads YO 0,99 ‘}ftﬂ@h\,u_éﬁil.\@&hﬁjé&ﬁeﬂa@hé&ﬁ@/\’b

(shia 93 lis
SugS Ve o8 gt dlad) oy g

Oll 5258 S8 Sleys il slead 5 (Sl agle sl&ials ( Sy euSails (IS0 5 (5350558 658 15 945 yo clubeadl A8
thaoly s 55 01l G205 Gao8 (Pless (dlags Slead 5 (S psle sl (IS0 S mdls 5 Sliiiad S 5o 1 oSle e
E-mail: madjidmalaki@gmail.com
Ol 5358 ¢« 388 Sless JAdlags alesd o (Sindy asle olKmily (gl 5y 855 1ateula ¥ saals
Ol caguiin aguiie Sless lalag wlead 5 (Sl ale sl&ialy ( Sy sy (IS0 < (53550558 858 A,al gl

VWV iyl 8V/B/Y resl y

odasa

S>8 0\ v-_")k;t;ijﬂMjMQﬂ'JJ.M)L;G.QL:;J.6%%)6}:-\5;&;55‘ﬁWl{‘)JP“SW\&)L&:{wJM:d|Ml3@J
bl s LD els el 5 05 085 S Ol sl g2 el Ve (b 5 a8 1 a5 st 4 Die

3 b wle ol Ohley SOl 5 5 S s S s 0 Vs Dl Vo b S Sle adlae oyl o tlagligy 9 olge
b S 5 5T s g o s bl umﬂ\g,wj@?@@uj

By &S e slsb ol ddo e & Kale A0 e 3 Lawgie s 0o ) 3 ole TF Lo Oliley 53 Ll o oo ste AL
S bl 3 5 otaln o G 3 35S 5,80 5 Obla 31 o 53 oS ot 2 (Koo & 3 et aules Go b S| eSS
S by Sl b Olojen SV s b s wisms 5 (S0 3 il S (g8 g AL sdaliie lilew 51 G gt 0 68
A5 el Ol ol

S5t ol Gl LB ol cpie 53 ediar e b gt c sl (6500 oy Lo adlate 53 ) st (Solen (S yaSdadia

35 Bl s 3550 Shlew S| g 53 48 ol ol ooy Ol ) 53 (30l et 5 L o0

Lo a9y 99190

s Sbs 8 e st & Mis slay 3550 V0 Bl
o 2050 1y 5,5 D85S Sleys— Sisel S e 55 el edls
Sols anxle 5l 3L B 2l 5l Somn w3l 13
)%\)})\JEMJM}G)JQ Jﬂa‘)ww
ol or 4 Ohlay laailis 5 WDl Loy 03 S5 urmr]aw
ol AT ls cs 5 s 8 e ObT gy e WSl
LsLACM.J 9 CJM mﬂ; 9 o)j‘ 4‘.@;:)_5):5\5\ JAL.I: U\JLQ.:J
Oley 53 Oblew plad S o gl onss IS8 S
5l e e S5 S g S8l e anrl
S e ol Sl 3 lid b aEELT sla sl
.%Jﬁu&i‘@“)bﬁ}&&j&ﬁ)\}ﬁt]

Sk 95 5 (S gdS o (i) o 1RO 5] g S

douds

o O 13 68 ol Gloyd ol S ot st
Ll o IR GBI (ol 53 W ss5ds0 35 50 (s
5 LG5 ol i p A & i (V)
SLIs Jsho e o il 1 533 8 (o e Ol
Sl Lol ed e s Al e Solie a5 WDl
Al 55 O 5 dten s mha o SYG Sl Ll
w325 Sl st (V) L5 S o adS Slusl s S5 Olyss
Jil 51 2,8 e elinn Ly b S s glasis
4 e Jgen 53 O il €038 Joe sk 51
VL"UM sk t\y\ vL‘J 53 355 ATP ol u‘<‘"
S Sl O adllas cpl 3l Gas (VY)W el K
g0 oy Bl ol st Slen D als
B )\)3 s



V& [ O ylSaa § (5 el yo Cilalendl ;A9

S99V 8 g gitienia ) s gy

A 5 e a3 edt sl AS2LeST 5 b edlen) J g

wrl p a5 Ay Syl g b gl Sl

(Jbej pdaw) Syl (Sl — J3l) anl o (‘K;M; oSbe Ol e AR S Pl sy dolet

(00 =1V/0) 1 45 gon kesle SOY-V/0) 4 VoA o555 s b 5 s b
(f-¥/5) 4 Skl p oo (F/O-V) XY AAR 4 ke S
(EN=Y/E)prslsy FYOVS) L (Y-Y/E) Y /. N

(AT | DICH SIOVST e (VYN ED F/\ kels 3

OA=Y/F ) S5 Ao st p Koo G- ¥ O/ SogedS o

(A EEARED R IRIN]] A (YA =D N Fe e VA et SaelS 5 5
(N=2/¥) sl S Sebadl o Slos (V10— /)+/5 VA I s 5 allry 51

S Sl Ohles gl 03 sl G K ek WD G‘:“:‘:‘

S 335 pasia ST EY o il 558 55 b Sl (S
S 8 Gl s Sl 45 50 e gy b ool e
e oS Ll e 59 SsSb ool (oDl 5 e ldle
ol 5 WS de 51 )y SO OV sl
Iadeel 4 e DS o Dol e Sl Bk 5 S
e QoS5 g5 Sadeed Olgms 8 225 0 Sa JS
k—&&bb.ﬁr;ﬂé)bb‘Q:Z:J)SLQYL{CLEJW.JJ;JL;M
Sl e st Lo anlllae 55 (FV) 358 0 SDlae
Golos ol 3 sse Vv dle Ve b S el oyob ey
bl by Gab ool 5 A edle el
85 ol Ul s S etalie Dl el 5o 555 5 o sie
b oanslr 3 oS O“"éb 03 s S el slew Vel
o S A3l o Sale YE s 5 s 555 e 5l
Ul 3pd e gt Sl Ohs 3l Obley cal el
Sl St ot 3 gt (S lag 2Bl o) 3 dnrl o s
by KLY G

g o 5 5 gl wBl G S el (680
A 53 Gt S S ey K0 S Sl ol
O3l 5 ol S Y 3 losas OF 55 o 358 0 ol
.(9j\/)>).;'&JAUéQgsﬁjsdﬁﬁ))}ﬁ%@loﬁw

e paS 5 A sl Oley ol 5 53 g b aalllas
S RS ST P CUL WU S PP
Oy @205 oo Js 05 Sute 5 A S bl 0L
IS 0 el ST s e Shlew 53 (o Rty S
Sliml gl s JEe sl 5l ey ol 45 A3 sl Ol
el St S 2 g 3 O S s oSS
&A}AJLL&)UJJ@\Oﬂw@\em¢\?§\oﬁU6£w\kp
Ol S sl Ososa maw O s S Wl G alS
A=V +) sl Jla s Ay 5 55 0SS5 o5 0958 e Lol
Dbost ol 53 1y ke Bl g simpes 45 Slie OS5 Lo
Tl 5 el (S, 3L Al o A a3 (s e
Gl s Sss Dsensh & Aol oS S o (e 0
o e Gl o o3l 55 e Ol 3 (1)) e il
Oyopn g s al ol 535500 g8 (S O o 2
duss oS Seps Oses GRIPB @ b 03 eSe s

Lg e 0 5 30 ol ol anls aselds So S Ve
gy ool Ly Cogete ppllly 5l S38 Ve oyl 5 e F S
2 sy I el s sl ke
i b g e 25 25ie Sl Sl S JiSS
Vol E Y s (e B Sl 54 i) oYY Ol ol
(oo Vor Sl 5 AY filim) Salo AF Lawsie o 53 b
It s 5 50l 4 sl 5 0 4lS olesl oLl ol
5 L) L odaline axl e <=L<;A 2 Obley ples 53 (S
oo ) e 033 5 (L SCOME ulol =¥ e 55 055
(omd b sl (ZSCOre Jlae pelud =YL
ol 5 Olay plad 3 Ay It 5 5 sl G0 (50035508
Vo S5l 80 55 (ShaedS jon b edaline jlag Ve 515,504 3o
oM Sl Ol 3 S s S jatde lag
S Sl psad 03 SPske Gl dS o (S s dS
Jins S o3 Olilay 3l Smp 55 adS S bl 3 S
O S edalie Ohlany pled 53 453 )3 ppey iteew Glo
35 Sale V¥ 3 a5 355 it Gl S ol Jan e
A3 S yaseie Slges ol ﬁlﬁ 4 s 0 S s bl
b & Oty 8 Ol pla 53 s S N
b ool 5 oilind gop (DB goa ol oS s 5 g 48
by mhe) b Cod sy 2y huse Al
2 (s oS S o Ogossm Vb o 5T Sy 0
plod SV 55 s S sl Sholay 3 (S 0 o o oo
3 oS8 el S G5 6O oS w4 dlae Obley
L Olopan L& oS Logy Ao g ) oiS o O g0y 50 Sl
Ol odins OLE5 ) o 3l o &IS el slob 35
Al e Ohlag > AT 5 2 Dl 55
G

3 s JES G150 Iy o8 ol oy o e
G e el s () a8l e Ol Leas a5
3 sl ess 5 S s sl b A s aled)
daler Ay Il 4 e Gl 53 oS Sl O gl ydan
35 b () a8l e Gl Kl VY B8 50 536 43 S
Aled e 5sp Sl WA LY G de L 555, asiis



VF-VY Glads \Y4Y L'u.fag..u..uj‘g"):u‘,‘g‘,é \ aJLu.?':n Y0 o,ga ‘}ftﬂ@h\,u_éﬁb@&hé&jé&ﬁe}l&amhé&ﬁ@/vv

TS 5o b s ol DL L AT e 55 L
San 55 Slsss Dty o) 53 (WV=1D) g yasne SUalS
S b GBI 53 s gy ) 6 &S S S
e 4 b wSle b Ollen 3 OA) Bl e
s sl sl e T 25 S A edalie ae
S IS o b 4 e 3 Ok 31 S 3 O
B = ¥ BT U P e
b e B S i sy b Ol S ol
33 e gy S 53 (6308 5 el (S WDl

S S dadin
o boadae 5 Ol 55 (6ol (lew i sitens (Solew
Olews gl Kl55 o OF g0 Oloyd 5 sy aseds bl sk
b b b adlate 53 adS bl e 3L 0 SaS L

w‘ e.,\,\:sj BL) W-JW L;&L.ﬁ:}‘ Qkﬁ).} b V.;)\}J\:.dl ASW\

References

Schneider JA, Katz B, Melles RB. Update on
gggropathlc cystinosis. Pediatr Nephrol 1990; 4: 645-

Schulman JD. Cystine storage disease. Investigations at
the cellular and subcellular levels. In: Carson NAJ,
Raine DN, eds. Inherited disorders of sulphur
metabolism. Edinburgh, Churchill Livingstone, 1971;
PP: 123-140.

Jonas AJ, Conley SB, Marshall R. Nephropathic
cystinosis with central nervous system involvement. Am
J Med 1987; 83: 966-970.

Vogel DG, Malezadeh MH, Cornford ME. Central
nervous system involvement in nephropathic cystinosis.
J Neuropathol Exp Neurol 1990; 49: 591-599.

Broyer M, Guillot M, Gubler MC, Habib R. Infantile
cystinosis: a reappraisal of early and late symptoms.
Advances in Nephrology 1981; 10: 137-166.

Gahl W. Oral carnitine therapy in children with
cystinosis and renal Fanconi syndrome. Journal of
Clinical Investigation 1988; 81: 549-560.

Lemire J, Kaplan BS. The various manifestations of the
nephropathic form of cystinosis. Am J Nephrol 1984; 4:
81

Ramirez G, Jubiz W, Gutch CF, Bloomer HA, Siegler
R. Thyroid abnormalities in renal failure.A study of 53
patients on chronic hemodialysis. Ann Intern Med
1973; 79: 500-504.

HardyMJ, Ragbeer SS, Nascimento L. Pituitary-thyroid
function in chronic renal failure assessed by a highly
sensitive thyrotrophic assay. J Clin Endocrinol Metabol
1988; 66: 233-236.

10.

11.

12.

13.

14.

15.

16.

17.

18.

Ao A Gy Dpose pae S Vo s ol
5 e Ghuo g oiS o Dposr e (I 08 e
—aliis e Sl Ols 03 Shu g ss s 4 by e sladills
238 oS als b s adsl (olew 5l 26 gl

S8 e Shle 5> sl Soulse Gl edd Ol e
wh iy glaypiS 53 ) gl Slys sl iy oSS
P LY e 5 JamslS VL s el (Gl Jgls
Sl @ e ST B 55 S s 0l 1, S
O"'“J'\J‘-‘;J:)" Obeys U5 éb);j(\\‘) .»dea A.JSJL@J
ol Sl BB s w5l Ol S s S\
Vs em fal e 3 asle ol o b asdlas s (VF-YY)
Doy DS S dsy g Span e ety (S
3 Ollew Sge esliul pde SUS > (osmelS s 55 D
s Lol Golow il I 58 53 e Sls Olsimy alivs
235 o adS b5,

o ol o) st 4 M Ollay 53 Dyl &S el
2SSl G o Al g §5 00 4 by oo 2 S
G e 3 ol San 6 25 53 K et

Pasqualini T, Zantleifer D, Balzaretti M, Granillo E,
Fainstein-Day P. Evidence of hypothalamic-pituitary
thyroid abnormalities in children with end-stage renal
disease. J Pediatr 1991, 118: 873-878.

Burke JR, ElI-Bishti MM, Maisey MN, Chantler C.
Hypothyroidism In children with cystinosis. Arch Dis
Child 1978; 53: 947-951.

Manz, F. Gretz N. Progression of chronic renal failure
in a historical group of patients with nephropathic
cystinosis. European Collaborative Study on cystinosis.
Pediatr Nephrol 1994; 8: 466-471.

Schnaper H. Early occurrence of end-stage renal
disease in a patient with infantile nephropathic
cystinosis. Journal of Pediatrics 1992; 120: 575-578.
Vant Hoff W. The treatment of cystinosis with
cysteamine and phosphocysteamine in the United
Kingdom and Eire. Pediatr Nephrol 1995; 9: 685-689.
Trauner D. Neurologic and cognitive deficits in children
with cystinosis. Journal of Pediatrics 1988; 112: 912-
914.

Nichols S, Press G, Schneider J, Trauner D. Cortical
atrophy and cognitive performance in infantile
nephropathic cystinosis. Pediatric Neurology 1990; 6:
379-381.

Colah S, Trauner D. Tactile recognition in infantile
nephropathic cystinosis. Developmental Medicine and
Child Neurology 1997; 39: 409-413.

Gahl WA, Delakas MC, Charnas L. Myopathy and
cystine storage in Muscles in a patient with
nephropathic cystinosis. New England J Med 1988;
319: 1461-1464..



