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JSOU DETI S NEFROTICKYM SYNDROMEM OHROZENY
PORUCHOU RUSTU?

Feber Janusz
Pavel Geier

Children’s Hospital of Eastern Ontario, Ottawa, Canada

Uvod: Zakladem lé&by idiopatického nefrotického syndromu (INS) u déti jsou kortikosteroidy
(KS), které jsou v pfipadé prvni ataky INS poddavdny 2-3 mésice. Priblizné u 50 % déti s INS
se po dosazZeni inicidlni remise vyskytuji relapsy, které jsou opét léZeny opakovanymi kirami
KS. Kumulativni ddvka KS mizZe byt u téchto déti znaénd a miZe tak predstavovat riziko po-
ruchy rostu.

Cil studie: Cilem studie bylo shrnout dosavadni poznatky o ristu déti s INS.

Vysledky: Studiem ristu a kostniho metabolismu se zabyvd kanadskd multicentrickd, lon-
gitudindlIni prospektivni studie (STOPP) (1), z jejichZ vysledkd vyplyvd, Ze po 3 mésicich od
zahdjeni 16&by INS dochdzi k poruse rostu. V 6 mésicich od diagnézy se tato porucha ristu
upravi, pokud pacient nevyZaduje KS. Z toho vyplyvd, Ze i pomérné kratkd intenzivni KS lé&ba
mUze pfechodné zpUsobit poruchu ristu.

Literdrni 0daje poskytuji rozporné ddaje. Vysledky fady studii ukazuji, Ze u déti s INS nedo-
chézi k zévazné poruse ristu. Nicméné ve studii Moyamy a spol (2) doslo k poklesu ristové
standardni smérodatné odchylky (SDS) z +0.37 SDS pfi diagnose INS na - 0,43 SDS v dobé
ukonéeni rostu. Koneénd vyska pacientd byla v priméru o 2,5 cm mensi nez predikovand
vyska. Na druhou stranu Donatti a spol ve studii publikované v posledni dobé (3) ukazu-
ii, Ze promérnd SDS vy3ky na zadédtku lé&by INS a pfi ukonéeni ristu se vyznamné nelisily
a Ze jedinou proménnou, na které byla zdvisld koneénd SDS vysky, byla po&ateéni SDS vysky.
Nicméné, u 45 % pacientd doslo k poklesu jejich SDS vy3ky v priméru 0 -0.68 SDS a 10 %
déti mélo pfi ukoneni ristu vysku mensi nez -2.0 SDS.

Z vy3e uvedeného vyplyvd, Ze rost u ¢ésti déti s INS mizZe byt negativné ovlivnén. Je ale ob-
tizné odlisit, do jaké miry se na této porude podili KS lé¢ba, pfipadné porucha funkce ledvin
a geneticky potencidl ristu jednotlivych pacientd.

Zdavérem |ze konstatovat, Ze vétsina déti s nekomplikovanym INS doséhne pfedvidané vysky,
pfestoZe u nich mUze dochdzet k doéasné poruse ristu v obdobi intensivni KS 1é&by. Zvlasté
rizikovou skupinou jsou déti u kterych opakované relapsy vyZaduii intermitentni nebo dlouho-
dobou KS terapii. Peélivé sledovdni ristu patii proto k standardu péée o pacienta s INS.

Literatura:
1. Feber et al. Pediatr Nephrol 2009,;24:1777
2. Moyama et al. Pediatr Int 2007;49:623
3. Donatti et al. Pediatr Nephrol 2009;24:2401

E-mail: jfeber@cheo.on.ca, pgeier@cheo.on.ca
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ARE CHILDREN WITH NEPHROTIC SYNDROME AT RISK
FOR GROWTH RETARDATION?

Feber Janusz
Pavel Geier

Children’s Hospital of Eastern Ontario, Ottawa, Canada

Background: Children with idiopathic nephrotic syndrome (NS) typically receive corticostero-
ids (CS) over the course of 2 to 3 months after diagnosis, with approx. 50% of them requiring
intermittent CS courses for NS relapses. Therefore, they may be at risk for growth retardation
due to a potentially significant cumulative CS dose over time regardless of the type of NS.

The aim of the study was to review current knowledge on growth in NS patients.

Results: A longitudinal multi-centre Canadian study (STOPP) was designed to prospectively
monitor growth and bone health in children with a new onset of NS [1]. Height SDS declined
at 3 months after the initial presentation of NS, but recovered at 6 months after being off CS
for duration of 3 months. This suggests that even relatively short term CS therapy (2-3 months)
results in a transient impairment of growth.

Literature data on growth in NS patients are limited. Several reports suggest that the growth is
not significantly impaired with CS therapy in these children. However, mean height decreased
significantly from +0.37 SDS at the onset of NS to -0.43 SDS at the end growth potential; final
height was 2.5 cm below target height [2]. In a recent study, the mean initial and final height
Z scores were not significantly different (-0.60+1.00 and -0.64%0.92; p=0.72), with the final
height measurements correlating primarily with initial height [3]. However, 45% of patients lost
their growth percentile by a mean of -0.68 SDS and 10% of children had a final height Z score
of less than -2.0 SDS [3]. This indicates that growth can be impaired in a significant proportion
of children with NS. However, it is impossible to separate the effects of cumulative CS, renal
function and biological potential on growth impairment in these studies.

In conclusion, it seems that most children with uncomplicated forms of NS achieve normal he-
ight, despite transient growth disturbances during CS therapy. Children with multiple relapses
may be at risk of significant growth retardation; therefore careful monitoring of growth in NS
patients is recommended.

References:
1. Feber et al. Pediatr Nephrol 2009;24:1777
2. Moyama et al. Pediatr Int 2007;49:623
3. Donatti et al. Pediatr Nephrol 2009,;24:2401

Author’s e-mail: jfeber@cheo.on.ca, pgeier@cheo.on.ca
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TROMBOFILNI STAVY V DETSTVi - ZAMERENI
NA NEFROTICKY SYNDROM

Tousovskd Katefina
Skalova S.
Détskd klinika LF a FN, Hradec Kralové

Incidence tromboembolickych pFihod (VTE) v d&tském véku se v poslednich letech zvysuje
a dosahuje 58 novych pfipadi na 10 000 hospitalizovanych/rok. Za timto ndristem stoji
predevsim rozvoj intenzivni mediciny a diagnostické techniky.

Schopnost inhibice trombinu je v détském véku o cca 20 % zvy3end ve srovndni s dospé-
losti. Vlivem uréitych ziskanych nebo vrozenych stavi dochdzi k poruseni této rovnovéhy a zvy-
$eni rizika vzniku frombézy. Vice nez 80 % VTE u déti vznikd na pozadi kombinace 2-3 ziska-
nych a/nebo vrozenych rizik. VTE vznikajici sponténné bez pfitomnosti rizikového faktoru jsou
v détstvi velmi vzdcné.

Nejvyznamnéj$im ziskanym rizikovym faktorem je centrdlni Zilni katetr (CVK). Z dal3ich
se v détském véku nejéastéji uplatiivje malignita, hormondlni antikoncepce(HAK), imobilizace,
infekce, operace, nefroticky syndrom(NS). Z kongenitdlnich trombofilnich rizik je nedast&jsi
heterozygotni mutace faktoru V-Leiden(FVL) s 5 % prevalenci v populaci. Riziko VTE zvysuje
5-8krét. Mutace protrombinu G2010A md v heterozygotni formé prevalenci 2,7 % a riziko
VTE zvy3uje 2-5 krdt. Deficity Proteinu C(PC), Proteinu S(PS) a Antitrombinu (AT) maiji dohro-
mady v populaci prevalenci 0,1-1,0 %, riziko VTE viak zvysuji az desetindsobné.

Frekvence VTE u déti s NS je uddvdna v rozmezi 3-6 % pro symptomatické VTE, pfi rutin-
nim pouziti ventilaéné perfuzniho scanu, ale dosahuje frekvence plicni embolizace (PE) az
28 %. Riziko VTE u NS je spojeno s fadou hemostatickych abnormit: deplece AT,poruchy
agregace trombocytd, hypofibrinolyza,elevace f VIl a fibrinogenu. Za samostatny rizikovy
faktor pro VT je povazovén vék nad 12 let,sekunddarni NS, membranosni glomerulonefritida
(MGN), pfedchozi VT a zvyieny pomér protein/kreatinin v moéi. Mutace FVL ziejmé nehraje
v etiologii VTE u NS vyznamnou roli.

Vétsina VTE je diagnostikovéna pfi prvnim vyskytu NS, pfi relapsu se riziko sniZuje. Téméf
v poloviné pfipadd je VTE u NS spojena s uzitim CVK.

Pro Ié¢bu VTE asociované s NS plati stejnd pravidla jako pro 1é&bu VTE u déti v jinych situa-
cich. Zakladni pravidla antitrombotické é&by u déti shrnuji ACCP (American College of Chest
Physicians) guidelines z roku 2008. Davka nizkomolekulérniho heparinu (LMWH) by méla byt
upravena dle aktudlini kretininové clearence.

V otdzce primérni profylaxe VTE u déti s NS nepanuje shoda v indikaci a zpisobu profylaxe.
Vy3e zmifovand guidelines nezahrnuji NS mezi onemocnéni indikované k primarni profylaxi,
s vyjimkou pacientd s AV fistuli.Nicméné, néktefi autofi primarni profylaxi doporuéuji pro paciety
s nejvy3sim rizikem VTE. Mezi tyto pacienty patffi jedinci s histologii MGN, starsi 12 let, vysokou
proteinurii a daldim pfidatnym rizikem, jako je pfitomnost CVK, trombofilni rodinnd anamnéza,
antifosfolipidové profilatky. Laboratornim markerem hyperkoagulace je hladina D-dimerd. Nej-
vhodnéjsi prepardtem k primarni profylaxi je nizkomolekulérni heparin. Samotnd substituce AT
nepostihuje koagulagni problém v celé jeho 3ifi. Nové se nabizeji piimé inhibitory trombinu,
vzhledem k nezdvislosti jejich G&inku na hladiné AT a moznosti perordlniho podévani .

-10-
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THROMBOPHILIA IN CHILDHOOD - FOCUS
ON NEPHROTIC SYNDROME

Tousovska KateFina
Skdlovdé S.
Détskd klinika LF a FN, Hradec Krdlové

The incidence of venous thromboembolism (VTE) in childhood is increasing within the last ten
years and it reachs the annual incidence of 58 new cases per 10,000 hospitalized children
per year. Advances in an intensive care support and wide-spread use of precise diagnostic
technique are the main reasons for the higher rate of VTE.

Plasma capacity of thrombin inhibition is about 20% higher during childhood comparing to
adults. Specific acquired or congenital circumstancies lead to a dysregulation of this balance
with subsequent increase of thrombogenic risk.More than 80% of VTE in childhood occurs
in presence of 2 or 3concurrent acquired or congenital risks. Spontaneous VTE, without any
provoking risk, are very rare in childhood.

Central venous catheter (CVC) is the most frequent acquired risk factor for VTE in children. Ma-
lignancy, hormonal contraception,imobilization,infection, surgery and nephrotic syndrome (NS)
are other well recognized prothrombotic risks. Heterozygous mutation of fV - Leiden is the most
frequent congenital thrombophilic mutation with population prevalence about 5 % . Risk of throm-
bosis due to this mutation is increased 5 to 8fold. Prothrombin G20210A heterozygous mutation
with prevalence about 2,7% brings 2 to 5 fold higher risk of VTE. Deficiency of Protein C(PC),
Protein S(PS) and Antithrombin(AT) are the strongest inherited thrombophilic states with up to 10
fold increase risk of VTE. All together have prevalence in population from 0,1 to 1%.

Frequency of symptomatic VTE among children with NS is reported between 3 and 6%. Rou-
tine use of ventilation-perfusion scan revealed up to 28% frequency of pulmonary embolism(PE)
in series of children with NS. Number of hemostatic abnormalities are found in NS: AT defici-
ency, platelet hyperagregability, hypofibrinolysis, hyperfibrinogenemia, fVIIl elevation. Age 12
years, secondary NS, membranous glomerulonephritis histology (MGN), previous VTE a higher
urine protein/creatinine ratio are referred as independent risk factors for VTE in chidren with
NS. FVL mutation plays only minor etiologic role for VTE within the context of NS.

The majority of VTE occur upon the first presentation of NS, the risk of VTE is lower during
subsequent relapses. Association with CVC is found in almost 50% of cases.

Treatment of children with VTE and NS should follow the 2008 ACCP (American College of
Chest Physicians) guidelines for antithrombotic therapy in children. Dosage of low molecular
weight heparin (LMWH) should be adjusted to a creatinine clearence.

There is no concesus regarding primary VTE prophylaxis in chidren with NS. According to
ACCP guidelines, children with NS are not candidates for primary prophylaxis, with an excep-
tion of patients with arterio-venous fistula. Nevertheless, some authors recommend prophylaxis
for patients with the highest risk. Among those are the patients older than 12 years with MGN
histology, high proteinuria and at least one additive risk (CVC, thrombophilic family history,
antiphospholipid antibody ..). Elevation of D -dimers may serve as a marker of hypercoagu-
lation. LMWH prophylaxis has an advantage over simple AT substitution. The direct thrombin
inhibitors are promising drugs for VTE prophylaxis in this setting, because their effect does not
depend on AT activity and they are available in an oral form.
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LUPUSOVA NEFRITIDA - PATOGENEZA, DIAGNOSTIKA
A LIECBA

Podrackd Ludmila’

Vargovd, V., Béor, A2
"1 Klinika deti a dorastu LF UPJS a DFN Kosice; ? Ustav patologickej anatémie LF UPJS Kogice

Lupusovd nefritida je najzdvaznej$ou komplikdciou SLE, ktord sa vyvinu 40 % az 80 % deti
s lupusom. Klinicky prebieha zvyZajne dramatickejsie ako v dospelosti a ak sa adekvatne
nelieci rychlo progreduje do rendlneho zlyhania. Lupusové nefritida je ,klasick&” imunokom-
plexovd glomerulonefritida (GN). Porucha regulacie bunkovej a humordlnej imunity vyvoléva
tvorbu autoprotildtok, hromadenie apoptickych buniek a aktivéciv komplementu s tvorbou imu-
nitnych komplexov, ktoré sa bud' formuji v cirkuldcii a nasledne ukladaijo v obligkach, a/alebo
sa tvoria priamo in situ v rendlnom tkanive. Série longitudindlnych klinickych pozorovani do-
kumentujo, ze histopatologicka klasifikécia je hlavnym prediktorom prognézy a rozhodujicim
faktorom pri vybere vhodnej imunosupresivnej liecby. Podla ISN/RPS klasifikdcie sa lupusova
nefritida deli do VI. zékladnych typov v zdvislosti od zavaznosti histologickych lézii. Morfo-
logicky obraz vyznamne determinuje aj symptémy lupusovej nefritidy, ktoré sa mézu prejavif
hematdriou a malou proteindriou, nefrotickym syndrémom az fulminantnou akitnou nefritidou,
&i rendlnou insuficienciou. V akdtnej faze lupusovej nefritidy I11.-V. typu (fokélna a segmentdina
GN, difézna mezangioproliferativna GN a membranova GN) je indikovand indukénd lieéba
(v ovode 3 pulzy metylprednizolénu intravenézne a nésledne p.o. prednizon 1.5mg/kg den-
ne + intravendzne cyklofosfamid 1x mesadne pod dobu é mesiacov). Po ndstupe remisie sa
prechddza na udrZiavaciu lieébu cytotoxickymi imunosupresivami (azathioprin resp. MMF)
s malymi dévkami prednizénu. V zdvaznych a refraktérnych pripadoch sa odporidéa plazme-
feréza a novsie rituximab.

Autori prezentuji retrospektivnu analyzu siboru 10 deti s lupusovou nefritidou (9 dievéat/
1chlapec, priemerny vek sledovania x= 6.3 £ 4.9 rokov). Uvédzajo klinické charakteristiky,
histologické obrazy a odpoved na imunosupresivnu lie¢bu. Priemerny vek v éase manifestacie
prvych priznakov rendlneho postihnutia bol x= 12.2 + 3.4 roka. Nefroticky syndrém bol
naj¢astej$im klinickym prejavom lupusovej nefritidy, vyskytoval sa u 6/10 deti. 2/10 pacienti
mali postihnutie CNS. Indukénd lie¢ba navodila klinickd remisiv u vSetkych deti, ale 4 deti
mali v opakované relapsy. Plazmaferézu indikovali u 2 dievéat s CNS prejavmi. MMF pouZili
u 6 deti. Napriek agresivnej dlhodobej imunosupresii u 3/10 deti doslo k poklesu oblickovych
funkcii (xGFR = 65 £+ 10ml/min.)

Lupusové nefritida je zdvaznd systémovd glomerulonefrida. Hoci indukénou lie¢bou sa podari
dosiahnuf klinickd remisiu u znaénej &asti pacientoy, riziko rendlnej insuficiencie je stale vy-
soké. Ci zlepia nové imunosupresiva dlhodobé vyhliadky chorych a znizia toxicitu liecby je
potrebné overif v prospektivnych $tididch na velkom poéte deti.
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LUPUS NEPHRITIS - PATHOGENESIS, DIAGNOSIS AND
TREATMENT

Podracka Ludmila’

Vargovd, V.|, Béér, A2
"I Klinika deti a dorastu LF UPJS a DFN Kosice; 2 Ustav patologickej anatémie LF UPJS Kosice

Lupus nephritis is a major determinant of the prognosis of SLE occurring up 40-80% of all cases
of children. Clinical course of lupus nephritis (LN) in children is often more progressive than in
adults and in case of inadequate treatment leads to end stage renal disease. Lupus nephritis
is a “classic” immune complex glomerulonephritis (GN). Abnormal regulation of cellmedia-
ted and humoral immunity lead to the production of an array of anti-inflammatory cytokines,
apoptotic cells, and diverse autoantibodies and circulating or in situ immune complexes that
in turn activate effector cells and the complement system, leading to tissue injury and damage.
The series of longitudinal clinical trials revealed that the histopatological finding is the best
prognostic predictor of LN and guides the clinician with the treatment decisions. New ISN/RPS
classification recognizes I.-VI. group of LN according to the severity of histological lesions. The
clinical presentation of LN is mainly determined by the morphological features and varies from
hematuria and proteinuria through nephrotic syndrome to renal insufficiency. In acute phase
of class Ill.-V. LN (focal segmental GN, diffuse GN and membranous GN) induction therapy
(3 pulses of methylprednisolone i.v. followed by oral prednisolone 1.5mg/kg + cyclophospha-
mide i.v. monthly for 6 months) is indicated. All cases of severe LN require maintenance the-
rapy for a long period of time by azathioprine or mycophenolate mofetil) in combination with
a small dose of oral prednisolone. In very severe and refractory cases of LN plasma exchange
or rituximab is recommended.

The retrospective analysis of 10 children with LN (8 girls/1boy, mean follow-up x= 6.3 £ 4.9
years) will be presented. Clinical manifestation, histological findings and response to the treat-
ment will be described. The mean age at the time of the onset of LN was x=12.2 + 3.4 years.
6/10 patients presented with nephrotic syndrome, CNS involvement was observed in 2/10
children. Induction treatment was effective in all patients, however in long-term few relapses
occurred in 4 children. Plasma exchange has been used in 2 girls with CNS involvement. MMF
was given to 6 patients. Despite a long-term immunosuppressive treatment in 3/10 children
impairment of renal functions developed.

Lupus nephritis is a serious systemic glomerulonephritis. Although a clinical remission is achi-
eved in most of patients by induction therapy, the risk of renal insufficiency in these children is
still relatively high.

However, prospective studies in large group of patients are needed to confirm whether the
new immunosuppressive agents will be more effective and less toxic and improve the long-term
survival of children with LN.
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SOUCASNE MOZNOSTI TERAPIE
U KORTIKOREZISTENTNIHO NEFROTICKEHO SYNDROMU

Suldkovd Tereza
Bosdkovd A.
Klinika détského lékaFstvi FN Ostrava

Steroidrezistentni nefroticky syndrom (SRNS) zejména na podkladé fokdlné segmentélini glo-
merulosklerézy (FSGS) predstavuje v détském véku pouze malou &ast viech pFipadd nefro-
tického syndromu (NS). Pacient se SRNS viak mé jak véfii riziko vyvoje komplikaci NS, tak
progrese do chronického rendlniho selhani. U 14 - 50 % pacientd se navic objevuje relaps
onemocnéni po transplantaci ledvin. Cilem terapie je vymizeni proteinurie a zachovani funkce
ledvin. Studie u déti i dospélych zdokumentovaly, Ze na rozdil od pacientd, ktefi nedosdhli
vymizeni proteinurie, dokonce i parcidlni remise zlep3uje ,kidney survival rate”. Terapeutické
moznosti u déti se SRNS jsou stdle ohraniéené. | pfes intenzivni imunosupresivni terapii do-
sahuje remisi onemocnéni 20 az 50 (az 70) % pacientd. Lé&bu SRNS mizZeme rozdélit do
3 kategorii: (1) imunosupresivni terapie, (2) imunostimulaéni terapie a (3) neimunosupresivni
terapie.

(1) Nejbéznéji uZivand imunosupresiva zahrnuji inhibitory calcineurinu, mycofenoldt mofetil,
i.v. pulzy metylprednisolonu (MPP), rituximab a cytotoxické léky. Méné béznd nebo i kontro-
verzni lééba zahrnuje plazmaferézu a imunoabsorbci. Imunosupresivni 1é&ba SRNS mozZe
mit &etné zdvazné nezddouci G&inky jako je nefrotoxicita, hypertenze, arytmie, psychéza,
zdvazné infekce a hirsutismus. Na druhé strané, nékterd imunosupresiva maiji ve srovndni
s druhymi parciélni vyhody (napf. Cyclosporin A vs. Tacrolimus). Né&které neddvné studie také
naznaluji, Zze vysledky 1éby by mohly byt lepsi pfi kombinované imunosupresivni terapii.
A ddle, nékteré observaéni studie (kazuistiky) u pacientd se SRNS na podkladé genetické
mutace prokdzaly pfiznivou odpovéd na intenzifikovanou lé¢bu cyclosporinem A, MPP
a perordInim Prednisonem. (2) Jedinym uddvanym imunostimulaénim [ékem je levamizol. Tento
lék viak neni vieobecné dostupny. (3) Neimunosupresivni terapie neboli konzervativni [é¢ba
zahrnuje inhibitory angiotensin-konvertujiciho enzymu (ACEI), blokdtory receptoru pro angio-
tensin 2 (ARB) a léébu komplikaci NS.

Zavér: Vzhledem k nedostatku adekvétnich randomizovanych kontrolovanych studii nejsou
dostupné jasné evidence-based doporuéné postupy (guidelines) lé¢by SRNS. Optimdlni te-
rapie proto z0stdvda $patné definovand, nicméné vzhledem k vysledkim [é¢by SRNS je ne-
zbytné, aby pediatr nefrolog byl plné& sezndmenem se souéasnymi moZnostmi lécby tohoto
onemocnéni.

E-mail autora: terezie.sulakova@fnspo.cz
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MANAGEMENT OF CORTICO-RESISTANT NEPHROTIC
SYNDROME

Suldkovd Tereza
Bosdkovd A.

Dptm.of Peditrics, University Hospital Ostrava and Faculty of Medicine University of Ostrava

The steroid resistant nephrotic syndrome (SRNS) mainly due to focal segmental glomeruloscle-
rosis (FSGS) represents a small fraction of all pediatric nephrotic syndrome (NS) cases. Howe-
ver, steroid resistance places a patient at increased risk for both the development of complica-
tions of NS and progression to end-stage kidney disease. Moreover, relapse of the SRNS after
renal transplantation is observed in 14-50% of all patients. The goal of therapy for SRNS is
complete resolution of proteinuria and preservation of kidney function. However, pediatric and
adult studies have documented an improved kidney survival rate for patients with a partial
remission, compared with those without control of proteinuria. Therapeutic options in children
with SRNS are still limited. Even with intensive immunosuppressive therapy, remission of the
SRNS is achieved in a range from 20 to 50-70% of patients. There are 3 major categories
of therapy for SRNS: (1) immunosuppressive; (2) immunostimulatory; and (3) nonimmunosup-
pressive.

(1) The more commonly used immunosuppressive therapies include calcineurin inhibitors, my-
cophenolate mofetil, pulse intravenous methylprednisolone (MPP), rituximab and cytotoxic
agents. Other less commonly used or controversial treatments include plasma exchange and
immunoabsorption. The immunosupressive drugs for treating SRNS can also cause many se-
rious side effects such as nephrotoxicity, hypertension, hirsutism, arrhythmias, psychosis and
severe infections. On the other hand, some of them also have partial advantages compa-
red to others (e.g. cyclosporin A vs. Tacrolimus). Moreover, some recent studies indicated
that the outcomes may be better if children receive a combined immunosuppressive thera-
py. Furthermore, several observations case report studies in patient with SRNS due to gene-
tic mutations proved favorable response to an intensified therapy consisting of cyclosporine
A in combination with induction therapy with MPP and oral prednisone. (2) The only reported
immunostimulatory agent in use is levamisole. However, this agent is not universally available.
(3) Nonimmunosuppressive treatments are commonly considered to be conservative therapy
and include angiotensin-converting enzyme inhibitors (ACE-Is), angiotensin receptor blockers
(ARBs), and management of complications.

In conclusion, clear evidence-based guidelines for the treatment of SRNS are not possible
on the basis of a lack of sufficient randomized, controlled trials. For that reason, the optimal
therapy for SRNS remains poorly defined but requires a complete understanding of the arma-
mentarium of therapeutic options and a fully engaged pediatric nephrologist to promote an
optimal outcome.

Author’s e-mail: terezie.sulakova@fnspo.cz
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PULZNi TLAK A AMBULATORY ARTERIAL STIFFNESS INDEX
(AASI) U DETi S DIABETEM MELLITEM 1. TYPU (DMT1)

Suldkovd Tereza’
Janda J.2, Cernd J., Janstové V1!, Feber J.3

1KI. détského lékaistvi FN a FZS OU Ostrava, CR; 2 Pediatrické klinika, FN Motol a 2. LF UK Praha, CR;
% Department of Pediatrics, Children’s Hospital of Eastern Ontario, Ottawa, Canada

Pozadi: V dospélé populaci se pulzni tlak (PP) a AASI se povazuji za markéry tuhosti cév
a ukazatele kardiovaskularni mortality.

Cilem studie bylo hodnoceni tuhosti cév pomoci PP a AASI u déti s DMT1 a jejich porovndni
s normotenznimi détmi.

Metody: U 84 diabetickych déti (43 chlapct) byly retrospektivné vyhodnoceny zdznamy
24h mereni krevniho tlaku (ABPM). Diabetici byli rozdéleni na zdkladé prilezitostného méfeni
TK a ABPM do 3 skupin: 24/84 (29 %) pacientd mélo hypertenzi (DM HTN), 33/84 (39 %)
normotenzi (DM NT) a 27/84 (32 %) hypertenzi bilého plésté (DM WCH). Nésledné jsme
tyto 3 skupiny porovnévali s 27 normotenznimi détmi (NT). Z ABPM zdznamd byly spocteny
PP a AASI; AASI = 1-(smernice regresni krivky mezi diastolickymi a systolickymi tlaky)[1].
Vysledky: Mezi jednotlivymi skupinami diabetikd a NT kontrolami nebyly zjistény rozdily ve
véku, pohlavi, BMI, albuminurii a funkci ledvin. Jednotlivé skupiny diabetickych pacientd se
také mezi sebou nelidily drovni metabolické kontroly, ale DM HTN méli vyrazné del3i trvani
DMT1 (7.34+3.43 r. vs. DM WCH 6.8343.41 r. a DM NT 5.05+3.48 r., p=0.03). DM HTN
méli vyrazné vy3§i hodnoty 24 hodinovych, dennich i noénich TK oproti DM WCH, DM NT
a NT (p< 0.0001). DM WCH a DM HTN méli vyznamné vy3si PP ve srovndni s DM NT a NT
(47.6217.31 a 47.43+8.68 vs. 41.45+4.44 a 41.18+5.97, p=0.0002). Hodnoty AASI byly
rovnez vyznamné vy$si u DM WCH a DM HTN proti NT pacientdm (0.35+£0.14 0 0.3640.15
vs. 0.23+0.15, p=0.007).

Zavér: Déti s DMT1 a hypertenzi bilého plésté nebo potvrzenou hypertenzi maiji vyznamné
vy38i markéry tuhosti cév (PP a AASI) ve srovndni s normotenznimi diabetiky a normotenznimi
détmi. Tento ndlez ukazuje, Ze diabetické déti s hypertenzi i hypertenzi bilého plé&sté mohu mit
vy33i riziko vyvoje pozdéjsich kardiovaskuldrnich komplikaci.

" Li Y. et al, Ambulatory Arterial Stiffness Index Derived From 24-Hour Ambulatory Blood Pressure
Monitoring Hypertension 2006,47,359-36
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05.B

PULSE PRESSURE AND AMBULATORY ARTERIAL STIFFNESS
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Background: Pulse pressure (PP) and ambulatory arterial stiffness index (AASI), have been
suggested as markers of arterial stiffness and predictors of cardiovascular mortality in adults.

Aim of Study was to assess arterial stiffness by PP and AASI in children with diabetes mellitus
type 1 (DMT1), compared to non-diabetic normotensive children.

Methods: We retrospectively evaluated ambulatory blood pressure monitoring (ABPM) re-
cords in 84 children (43 boys) with DMT1. Based on office BP and ABPM, patients with DMT1
were divided into 3 groups: 24/84 (29%) had true hypertension (DM HTN), 33/84 (39%)
were normotensive (DM NT) and 27/84 (32%) had white coat hypertension (DM WCH).
These 3 groups were subsequently compared with 27 normotensive controls (NT). PP and AASI
was obtained from individual ABPM recordings. AASI was calculated as follows: 1 - (regressi-
on slope of diastolic on systolic BP values) [1].

Results: There were no differences among diabetic and non-diabetic children in reference to
age, gender, BMI, albuminuria and glomerular filtration rate. DM NT, DM WCH and DM
HTN did not differ in metabolic control, but DM HTN had a significantly longer duration of
DMTI1 (p=0.03). DM HTN had a significantly higher 24h day and night BP on ABPM, than
did DM NT, DM WCH and NT controls (p< 0.0001). DM WCH and DM HTN patients
had significantly higher rates of PP when compared to DM NT and NT alone (47.62+7.31
and 47.43+8.68 vs. 41.45+4.44 and 41.18+5.97 - respectively p=0.0002). Similarly, AASI
was significantly elevated in both DM WCH and DM HTN patients when compared to NT
(0.35+0.14 and 0.36+0.15 vs. 0.23+0.15 - respectively p=0.007).

Conclusion: Children with DMT1 and white coat or true hypertension had significantly higher
PP and AASI levels when compared to normotensive controls and normotensive diabetic pati-
ents. This suggests that these children may be at an increased risk for developing cardiovascu-
lar complications later on in life.

References:
1. LiY. et al, Ambulatory Arterial Stiffness Index Derived From 24-Hour Ambulatory Blood Pressure

Monitoring Hypertension 2006,47,359-36
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ULTRAZVUKOVE PARAMETRY ZDRAVE SOLITARNI
LEDVINY

Fl6gelovd Handa'
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! Lékatskd fakulta Univerzity Palackého Olomouc; ? Radiologickd klinika Fakultni nemocnice (FN) Olo-
mouc; ° Klinika déti a dorostu Vseobecné fakultni nemocnice (VFN) Praha

Uvod: S rozsitenim prenatdlniho ultrazvukového (UZ) screeningu se obijevila potfeba sledovat dynamiku
UZ nélezd u asymptomatickych hydronefréz pfedevsim v kojeneckém véku. Kromé dilatace kalichopdn-
vickového systému a velikosti ledviny je jednim z kriterii pro operaéni vykon u obstrukéni vady ledviny
progrese redukce parenchymu ledviny. U déti se dvéma ledvinami jsou normy pro §ifi parenchymu ledviny
zndmy a v pfipadé jednostranné obstrukéni vady je moznost porovnat §ifi parenchymu s kontralaterdlni
ledvinou. U solitarni ledviny s obstrukéni vadou neni mozné srovnat 3ifi parenchymu ledviny s ledvinou
kontralaterdlni a posouzeni redukce parenchymu je mozné pouze na zékladé znalosti jeho normélni site.
Dosud nebyly publikovany nomogramy pro normdlni 3ifi parenchymu solitarni ledviny u kojencd.

Cil: Cilem prospektivni studie bylo: 1. zjistit normdlni ultrazvukové hodnoty délky ledviny a 3ife paren-
chymu u kojency se zdravou funkéné solitarni ledvinou, 2. porovnat tyto hodnoty se stejnymi parametry
bilaterdlnich ledvin u kojencd.

Metody: V letech 2008-2010 byl v nefrologickych ambulancich Détské kliniky FN Olomouc a Kliniky déti
a dorostu VFN Praha vy3etfen UZ ledvin u 43 déti (25 chlapct, 18 divek) ve véku 1-12 mésicd (promér
7,6 mésich, medidn 9 mésicd) s intakini funkéné solitérni ledvinou.

Etiologii funk&né solitérni ledviny byly kontralaterdlni multicystickd dysplazie, rendIni ageneze, hypopla-
zie, kontralaterdlni obstrukce pelviureterdlni junkce. Relativni funkce solitarni ledviny byla ovéfena DMSA
skenem a znamenala >90 % unilaterdlni funkce.

U v3ech déti byla normdlni glomerularni filtrace dle cystatinu C. PFi ultrazvukovém vy3etfeni solitarni ledviny
byly kromé jinych parametrd méteny délka ledviny a $ite parenchymu. Site parenchymu byla hodnocena
nad stfednim kalichem. Byla posuzovdna zdvislost $ife parenchymu na véku, télesné délce a hmotnosti
ditéte.

Sledovany soubor byl srovndvén se souborem Kadioglu (délka ledvin a Sife parenchymu u déti s bilate-
réInimi zdravymi ledvinami - Kadioglu, AJR 2010) a souborem Spiry (délka solitarni ledviny u déti - Spirq,
Arch Dis Child 2009). Pro statistickou analyzu byl pouzit software SPSS verze 15 (SPSS Inc., Chicago,
USA) a software STATISTIKA CZ verze.8 (Statsoft Inc.).

Vysledky: Primér+SD pro délku ledviny a &ifi parenchymu byly vypocteny pro vékové kategorie
1,2,4,5,7,8,92,10,11a 12 mésic0.

Spearmanova korelaéni analyza prokdzala: 1. silnou pozitivni zdvislost mezi délkou ledviny a t&lesnou
délkou a hmotnosti (r=0,733, r=0,772), 2. sttedné& silnou pozitivni zdvislost mezi délkou ledviny a vé-
kem (r=0,600), 3. stfedné& silnou pozitivni zavislost mezi $ifi parenchymu a t&lesnou délkou a hmotnosti
(r=0,428, r=0,433). Pearsonova korelaéni analyza prokdzala silnou pozitivni zdvislost mezi §ifi paren-
chymu a délkou ledviny (r=0,653).

V nékterych vékovych skupinéch byly nalezeny statisticky vyznamné rozdily v délce ledviny a §ifi paren-
chymu u bilaterdlnich a solitarnich ledvin. Solitérni ledviny byly delsi se siln&jsim parenchymem (p<0,05,
Studentiv Hest). Délka solitdrni ledviny hodnocend dle délky ditéte se v nadem souboru nelisila od nomo-
gramu Spiry pro délku solitarni ledviny.

Zéavér: Délka ledviny i 3ife parenchymu zdravé solitdrni ledviny kojenct byly vét3i ve srovndni s rozméry
bilaterdlnich ledvin u déti stejného véku. Tyto rozdily byly statisticky vyznamné.
Pro ziskdni nomogramu 3ife parenchymu solitérni ledviny je tfeba vysetfit vétsi pocet déti.

E-mail autora: Hana.Flogelova@seznam.cz
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ULTRASOUND PARAMETERS OF A HEALTHY SOLITARY
KIDNEY IN INFANTS
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Introduction: The widespread use of prenatal ultrasound (US) screening brought about the need to mo-
nitor the dynamics of US findings for asymptomatic hydronephosis, particularly in infants. In addition to
calycopelviceal dilatation and the size of kidney, the reduction of parenchymal thickness is one of the
criteria for surgery in obstructive uropathy.

In infants with two kidneys, the norms for parenchymal thickness are known and in case of a unilateral ob-
structive uropathy, the parenchymal thickness can be compared against that of the contralateral kidney. For
solitary kidneys with obstructive uropathy, there is no such possibility of comparison and the reduction of
parenchymal thickness can only be evaluated based on the knowledge of its normal thickness. To date, no no-
mograms have been published specifying the normal parenchymal thickness of a solitary kidney in infants.
The aim of the study: This prospective study was conducted to: 1) determine the normal ultrasound values
of the kidney length and parenchymal thickness in infants with a healthy functionally solitary kidney; 2) to
compare the values against the same parameters in infants” bilateral kidneys.

Methods: Between 2008 and 2010, the pediatric nephrology departments of the Teaching Hospitals in Olo-
mouc and Prague performed ulfrasound examination of the urinary tract in 43 infants (25 males, 18 females)
ages | to 12 months (mean 7,6 months, median 9 months) with an intact functionally solitary kidney.

The etiology of the solitary kidney was as follows: contralateral multicystic dysplasia, renal agenesis, hypo-
plasia and contralateral pelviureteric junction obstruction. The relative function of the solitary kidney was
confirmed by a DMSA scan and was defined as >90% of the unilateral function. All the children had normal
glomerular filtration rates as predicted by cystatin C concentrations. In addition to other parameters, the
kidney length and the thickness of the renal parenchyma was measured during an ultrasound examination
of the solitary kidney. Parenchymal thickness was measured above the central calyx. The study assessed the
dependence of kidney length and parenchymal thickness on the child’s age, height and weight. The study
sample was compared with the Kadioglu set (the kidney length and parenchymal thickness in children with
bilateral healthy kidneys - Kadioglu, AJR 2010) and a the Spira set (the length of a solitary healthy kidney
in children - Spira, Arch Dis Child 2009). The software SPSS version 15 (SPSS Inc., Chicago USA) and
software STATISTICA CZ version 8 (Statsoft Inc.) were used for statistical analysis.

Results: Mean+SD for the kidney length and parenchymal thickness were calculated for the ages
1,2,4,5,7,8,9,10,11 and 12 months. Spearman ’s correlation analysis showed: 1. a strong positive corre-
lation between the kidney length and body length and weight (r=0,733, r=0,772), 2. moderately strong
positive correlation between the kidney length and age (r=0,600), 3. moderately strong positive correlati-
on between the parenchymal thickness and body length and weight (r=0,428, r=0,433).

Pearson ‘s correlation analysis showed a strong positive correlation between the parenchymal thickness and
kidney length (r=0,653). Statistically significant differences in the kidney length and parenchymal thickness
were found between the bilateral kidneys and solitary kidney in some age groups. Solitary kidneys were
longer with thicker parenchyma (p<0,05, Student 's ttest). The solitary kidney length which was evaluated
based on the child’s length did not differ from Spira’s nomogram for the length of a solitary kidney.
Conclusion: The length and parenchymal thickness of a healthy solitary kidney in infants were greater that
the same parameters of bilateral kidneys in children of the same age. These differences were statistically
significant. More children need to be examined to obtain nomograms of the parenchymal thickness of
a solitary kidney.

Author’s e-mail: Hana.Flogelova@seznam.cz




07. A

IDIOPATICKA INFANTILNi HYPERKALCEMIE
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Idiopathickd infantilni hyperkalcémie (IIH) je vzdcny stav, ktery se vyskytuje v kojeneckém
véku s incidenci 1:47 000. IIH byla pivodné popsdna pfi fortifikaci mléka vysokymi davkami
vitaminu D v Anglii v padesdtych letech 20. stoleti.

Diagnosa [IH mdZe byt stanovena pouze po vylouéeni jinych pficin hyperkalcémie v kojenec-
kém véku (Williamstv syndrom -WS, benigni familiarni hypokalciurické hyperkalcémie, té2ké
neonatdlni hyperparathyreéza, Jansenova metafyzdlni dyspldzie, primérni hyperparathyreé-
za, intoxikace/preddvkovani vitaminem D, granulomatosni choroby, hyperthyreéza, maligni
stavy).

V soucasné dobé je mozné genetickymi metodami jasné odlisit WS od IIH. Dédi¢nost a patho-
genesa |IH jsou naddle nejasné, ale byl posdn i vyskyt u &lend jedné rodiny. IIH se objevuje ve
véku 3 - 7 mésicd, projevy jsou nespecifické (letargie, Zizefi, hypotonie, neprospivdni, dehyd-
ratace, obstipace, dechové obtize) vie v disledku hyperkalcémie.

BéZnym ndlezem je hyperkalciurie a nefrokalcinéza. O pfirozeném vyvoji IIH existuji pou-
ze omezené informace, hyperkalcémie vétsinou ustoupi do 12 mésicd véku, hyperkalcémie
a nefrokalcinéza mohou pretrvavat i déle. Urgentni [é¢bu vyzaduji pacienti s kalcémii nad
3.5 mmol/I, nebo symptomatiéti pacienti s kalcémii 3.0 mmol/I. Lé&ba spodiva v rehydrataci
a aplikaci furosemidu a glukokortikoidd, ev. Ize podat kalcitonin & pamidrondt.

Presentujeme ffi pacienty s IIH: U dvou do3lo po podéni furosemidu a glukokortikoidd k Gpravé
kalcémie, u tretiho byla nutné aplikace pamidronétu, vzhledem k neustupujici vysoké kalcémii.
lIH je vzéceny stav, ktery miZe vazné ohrozit pacienta. Adekvéini lé¢ba vyrazné zlepsuje
klinicky stav déti s IIH.

-20-




07.B

IDIOPATHIC INFANTILE HYPERCALCEMIA

Kutilek Stépdn’
Skdlovd S.2, Gut J.3, Bayer M.2

" Department of Paediatrics, Pardubice, Hospital, Pardubice;
2 Department of Paediatrics Faculty of Medicine in Hradec Krdlové, Charles University in Prague;
% Department of Paediatrics, Ceskd Lipa Hospital, Ceskd Lipa, Czech Republic

Idiopathic infantile hypercalcemia (IIH) is a rare cause of hypercalcemia in the 1st year of life.
IIH has an estimated incidence of approximately 1 in 47,000 live births. IIH was originally
described during a period of high-dose vitamin D fortification in England in the 1950s.

The diagnosis of IIH can be established only after the exclusion of other conditions that cause
hypercalcaemia in the first year of life, such as Williams syndrome, benign familial hypocalci-
uric hypercalcaemia, severe neonatal hyperparathyroidism, Jansens “metaphyseal dysplasia,
primary hyperparathyroidism, vitamin D intoxication, granulomatous diseases, thyroid disease,
malignancy.

Identification of the gene for Williams syndrome (WS) now allows a clear separation of IIH
from WS. The inheritance and pathogenesis of I|H remains largely unknown, with only sporadic
cases reported to date. Familial occurrence has been also documented. IIH presents between
the ages of 3 and 7 months with nonspecific signs and symptoms such as lethargy, thirst, hy-
potonia, poor feeding, failure to thrive, dehydration, constipation and respiratory distress, all
due to hypercalcaemia.

Hypercalciuria with nephrocalcinosis is also common finding in IIH. Only limited published
data exist on the natural history of IIH, with case reports suggesting that hypercalcaemia spon-
taneously resolves when the child is approximately 12 months of age. Patients with serum
calcium level (S-Ca) above 3.5 mmol/L or symptomatic patients with S-Ca 3.0 mmol/L should
be immediately and agressively treated. Treatment consists of furosemide, glucocorticoids, and
eventually calcitonin and pamidronate.

We present three patients with IIH, where other causes of hypercalcaemia were ruled out.
In two infants hypercalcaemia resolved after treatment with furosemide and glucocorticoids.
In the third one, intravenous pamidronate was necessary due to high S-Ca and recurrent hyper-
calcaemia. In conclusion, IIH is a rare condition of uncertain pathogenesis and natural history.
Appropriate treatment improves outcome of patients with IIH.

-21 -
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AKUTNI SELHANI LEDVIN
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V roce 2004, pracovni skupina ADQI navrhla vicetroviiovy klasifikaéni systém pro akutni
poskozeni ledvin (Acute Kidney Injury= AKI), ktery je oznadovdn zkratkou RIFLE (Risk, Injury,
Failure, Loss of kidney function, and End-stage kidney disease). Klasifikace RIFLE je jednodu-
chy, snadno dostupny klinicky néstroj. Na zékladé presentace kazuistickych sdéleni autor
demonstruje nékterd specifika nové klasifikace akutniho poskozeni ledvin.

E-mail autora: senkerik@fnhk.cz
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ACUTE RENAL FAILURE
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In 2004, the Acute Dialysis Quality Initiative workgroup proposed a multilevel classification
system for acute kidney injury (AKI) identified by the acronym RIFLE (Risk, Injury, Failure, Loss
of kidney function, and End-stage kidney disease).The RIFLE classification is a simple, readily
available clinical tool. The autor clarify some specifics a new classification system on the basis
case reports.

Author’s e-mail: senkerik@fnhk.cz
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NOVE UKAZATELE AKUTNIHO POSKOZENI LEDVIN

Senkefik Marian

Détskd klinika Fakultni nemocnice Hradec Krdalové

Akutni poskozeni ledvin (Acute Kidney Injury = AKI) je éastym a zdvaznym medicinskym pro-
blémem, nejen v intenzivni mediciné. Kritickou otdzkou je nedostatek &asnych biomarkerd
AKI a tudiz nepfijatelny odklad zahdjeni adekvatni terapie. Nastésti, s vyuZitim modernich
technologii bylo vytipovano nékolik novych biochemickych ukazateld. Nejslibnéjsi z nich jsou
zahrnuty v tzv. AK| panelu a budou diskutovany ve sdéleni. Nékteré ukazatele iz maji ukon-
cenou poddtedni validaci a vstupuji do procesu klinického vyuZiti.

Kombinace téchto parametrd mizZe pfispét k odliseni rdznych typd a drovné zdvaznosti po-
$kozeni ledvin, napomdhé k odhadu prognézy pacienta a umoziuje také sledovani odpovédi
na lé¢bu AKI.

E-mail autora: senkerik@fnhk.cz
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NEW BIOMARKERS OF ACUTE RENAL INJURY
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Acute kidney injury (AKI) represents a common and grave problem in clinical medicine, not
only in critical care. A major reason is the lack of early biomarkers for AKl, and hence an
unacceptable delay in initiating therapy. Fortunately, the application of innovative technologies
has uncovered several novel biomarkers. The most promising of these are included in a puta-
tive AKI biomarker panel and will be mentioned in the paper. Some of these biomarkers have
completed initial validation, and have entered in the clinical practice.

Based on the different expression of these markers may potentially help to distinguish between
various types of insults, establish severity of injury, predict the clinical outcome and help to
monitor response to treatment in AKI.

Author’s e-mail: senkerik@fnhk.cz
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DLOUHA CESTA K DIAGNOZE
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Kazuistika 13leté divky:

V rodinné anamnéze matka matky zemiela na CHRI v 55 letech s diagnézou diabetické
nefropatie (bez bioptické verifikace); matka od détstvi intermitentni izolovand normofunké-
ni a normotenzni mikroskopickd erytrocyturie. V rodiné bez hluchoty. Ve 2 letech uroinfekce
s pfechodnym nélezem VUR II. bilaterdIng, bez recidiv.

Od 4 let (2000) az dosud prakticky kazdé rédno asymptomatickd makroskopickd hematurie
barvy coca-cola. Nélez verifikovén opakované pobytem za hospitalizace s podrobnym vyset-
fenim (negativni C3, C4, ANA, antiDNA, ANCA, CIK , z&nétlivé markery, podrobné vysetfeni
celuldrni i humordlni imunity, USG, IVU, MCUG, cystoskopie bez patologie, vylougena porfy-
rie i hemoglobinurie). TK a funkce ledvin v normé, bez proteinurie. V roce 2000 a 2003 pro-
vedena biopsie ledvin reprezentativniho vzorku se stejnym ndlezem: syndrom tenké membré-
ny a pozitivnim vySetfenim fetézcd alfa 1a 5. Bez zndmek Alportova syndromu. Molekulérné
genetické vy3etfeni timto smérem bylo take negativni v roce 2006 (metoda SSCP - metoda jed-
nofetézcového konformaéniho polymorfismu, kterd mé viak vyznamné niz3i citlivost). Od roku
2005 se oviem objevuje proteinurie v pozvolna stoupaijici tendenci od 0,5 do 1,8g/24 h,
bez sérové nefrotizace. Ve fdzovém mikroskopu opakované prikaz jednoznaéného glomeru-
larniho typu s akantocyty. Pro diagnostické rozpaky, stoupaiici proteinuriii a absenci vy3etfeni
fetézcd 3 a 4 v pfedchozich letech byla opakovdna biopsie v roce 2007 se staciondrnim
nélezem syndromu tenké membrdny, bez jakychkoliv zndmek jiné nefropatie a pozitivnim pro-
kazem viech fetézcl kolagenu IV. Stav prakticky kazdodenni asymptomatické makroskopické
hematurie a proteinurie trvd, stejné jako diagnostickd a prognostickd nejistota .

AZ na jafe 2010 se objevila moznost provddéni pfimé sekvenace exonu (25.exon genu pro
fetézec alfa 5 kolagenu IV ve FN Ostrava). Touto metodou byla prokdzéna missense mutace
1871 G> A (pGly 624Asp) v heterozygotnim stavu. M& za nésledek zménu kodonu pro
glycin na kodon pro kyselinu asparagovou. Glycinovd kostra je doleZitou slozkou kolagenové
domény. Tato mutace je uvedena v mezindrodni databézi mutaci HGMD Cardiff jako pato-
genni.. U Zenskych nositelek jedné mutace (prenaselek) je klinicky obraz velmi variabilni,
zpravidla mirny v podobé erytroycyturie. V literatufe jsou viak popsény kazuistiky zdvaznych
pribéhl nefropatie. Vy3etfenim rodinnych pfisluinikd byla prokdzéna stejné missense mutace
u matky s erytrocyturii a bratra v hemizygotnim stavu také s izolovanou erytrocyturii.

V literatufe se nové objevil uz novy termin v této souvislosti: intermedidrni fenotyp, tedy mezi
benigni familarni hematurii a Alportovym syndromem.

Ledvinnd prognéza u divky vzhledem k fenotypu je velmi nejistd.

E-mail autora: josef.gut@nemcl.cz
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LONG WAY TO THE DIAGNOSIS

Gut Josef'
Plevovd P2, Stejskal J.?

' Pediatric department Hospital Ceska Lipa
2 Genetic department, FN Ostrava
® Pathology department, Faculty Hospital, Motol Prague

The case of T1years old girl with positive family history (her grandmother died on CHRI with
unproved diagnosis of diabetic nephropathy and her mother and younger brother have inter-
mittent isolated hematuria with normal renal function and BP, without deafness in family). Since
4 years episodes of asymptomatic macroscopic hematuria without proteinuria (coca-cola co-
lour) are occurring nearly every morning. This symptom was verified during repeated hospi-
talizations (2000- 2005) with extensive examinations (USG, IVU , CT, MCUG , cystoscopy,
C3, C4, ANA, anti DNA antibody, ANCA, cellular and humoral immunological examination,
porphyrias, hemoglobinuria, normal renal function and BP). Phase microscope repeatedly re-
vealed glomerular erythrocytes with specific acanthocytes Two kidney biopsy showed (2000,
2003) identical finding “pure” thin basal membrane nephropathy (TBMN) and normal fin-
dings of alfa 1 and 5 chains .

In 2005 mild proteinuria started to combine with macroscopic episodes (0,5g to 1,8g/24h)
without plasmatic change of albumin level. Therefore we decided to repeat kidney biopsy
(2007) in which pathologist described identical findings of TBMN without any signs of progres-

sion and normal presence of all collagen IV chains (alfa 1,4,5).

Finally this year whole family was examined by new genetic method helping direct exons sek-
venation (especially 25.th exon of alfa 5 chain). This method proved missense mutation 1871
G>A(pGly 624Asp) in heterozygotic status. In female carriers, penetrance is variable and
depends on the type mutation or degrese of mosaicism..The presenting sign is often hematuria
but chronic renal failure develop in small part of patiens. Her mother and her younger brother
are also the same mutation carriers.

Girl s renal prognosis regardening her phenotype continues dubious.

Author’s e-mail: josef.gut@nemcl.cz
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MOLEKULARNE GENETICKA DIAGNOSTIKA
X-VAZANEHO ALPORTOVA SYNDROMU

Plevovd Pavlina'
Soukalové $.2, Gut J.3, Bosdkovd A4, Kubala M.5, Stépénkovd H.¢, Simandlova M.”

1 FN Ostrava, OLG; 2 FN Brno, OLG; * Nemocnice Ceské Lipa, Pediatrie; * FN Ostrava, Détska klinika;
5 UP Olomouc, PiF; ¢ Nemocnice Ceské Budé&jovice a.s., OLG; 7 FN Praha Motol a 2. LF UK, UBLG

Cil studie: Alportdv syndrom je charakterizovdn progresivni hereditdrni nefritidou, mize byt
pfitomna porucha sluchu a oéni anomdlie. Onemocnéni je geneticky heterogenni, 85 % pfipa-
di je dédiéné X-vdzané a je zpUsobeno mutacemi genu COL4AS5. Cilem studie byla detekce
mutaci v genu COL4AS5 u pacientd s podezienim na X-vazany Alportdv syndrom.

Pacienti a metody: Bylo provedeno vysetfeni celé kédujici sekvence, tj. exond 1-51 genu
COL4A5 u 22 pacientd ze 21 nepfibuznych rodin. Vy3etieni bylo provddéno pomoci denatu-
raéni gradientové gelové elekiroforézy, analyzy kfivek tani's vysokym rozligenim, pfimé sekve-
nace a detekce genomickych deleci/duplikaci metodou MLPA. Dalsich 18 pfibuznych osob
pacientl, u nichz byla nalezena patogenni mutace, bylo vysetfeno na nosiéstvi pfislusné muta-
ce. Byla provedena poéitadové modelace disledku nalezenych mutaci na Grovni proteinu.

Vysledky: U 9 pacientt z 22 vysetfenych (fj. u 41 %) byla nalezena patogenni mutace a byla
tak potvrzena diagnéza X-vazaného Alportova syndromu. Jednalo se o é riznych mutaci,
z nichZ jedna byla nalezena u 4 pacientl, tato mutace je popséna v mezindrodni databézi
mutaci HGMD Cardiff. Ostatnich pét mutaci nebylo v literatufe popséno. Z dal3ich 18 ro-
dinnych pfislusnikd, ktefi byli vysetfeni na nosiéstvi familiérni mutace, byla mutace nalezena
u tindcti z nich.

Zavér: Diagnéza X-vézaného Alportova syndromu byla potvrzena na molekularné genetické
drovni u 41 % vysetfenych pacientd. U pacientd bez ndlezu mutace neznamend tento vysle-
dek, Ze se o Alportdv syndrom nejednd. Mohou byt pfitomny mutace, které unikly mutaéni
analyze. Mize se také jednat o jinou diagndzu, diferencidlné diagnosticky je nutné zejména
odlisit autozomdlIné dominantni benigni familidrni hematurii (onemocnéni tenké bazalni mem-

brany) zpisobenou mutacemi gend COL4A3 a COL4AA4, i jiné klinické jednotky.

Email autora: pavlina.plevova@volny.cz
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MOLECULAR GENETIC ANALYSIS OF X-LINKED ALPORT
SYNDROME

Plevova Pavlina’
Soukalové $.2, Gut J.3, Bosdkovd A.%, Kubala M.5, §fépc'mkovc’1 H.¢, Simandlovd M.”

" University Hospital of Ostrava, Department of Medical Genetics; 2 University Hospital, Brno, Department
of Medical Genetics; ° Hospital Ceskd Lipa, Department of Pediatrics; * University Hospital of Ostrava,
Department of Pediatrics; ° Palacky University, Olomouc, Faculty of Natural Sciences, ¢ Hospital Ceské
Budéjovice, Department of Medical Genetics; 7 University Hospital, Prague Motol and 2" Medical Faculty
of the Charles University, Department of Biology and Medical Genetics

Aim of the study: Alport syndrome is characterized by progressive hereditary nephritis, hea-
ring loss, and ocular anomalies may also be present. The disease is genetically heterogenous,
85% of cases being X-linked caused by COL4A5 gene mutations. The aim of the study was to
detect COL4A5 gene mutations in patients suspected of Alport syndrome.

Patients and methods: Molecular genetic analysis of the whole coding sequence, i.e. exons
1-51 of the COL4A5 gene was performed in 22 patients from 21 unrelated families. Following
methods were used: denaturating gradient gel electrophoresis, high resolution melting analy-
sis, direct sequencing, detection of genomic deletions/duplications using the MLPA method.
Besides that, 18 family members of the patients with disclosed mutation were tested for carrier-
ship of the particular family COL4A5 gene mutation. Computer modelling was performed to
simulate the impact of the mutations at the protein level.

Results: Pathogenic mutation has been found in nine of 22 patients (i.e. in 41%). Six deleterious
mutations were found, one of them in 4 unrelated patients, this mutation has been published in
the Human Gene Mutation Database Cardiff. The other five mutations are novel. In the tested
family members, the family mutation was found in thirteen patients of those 18 tested.

Conclusion: The X-linked Alport syndrome was confirmed in 41% of patients at the molecular
level. The negative result of the analysis does not disclose the X-linked Alport syndrome dia-
gnosis. Some mutations could escape the mutation analysis. It is also necessary to take info
consideration other diagnoses, especially autosomal dominant benign familial hematuria (thin
basement membrane disease) caused by COL4A3 and COL4A4 gene mutations or other
clinical entities.

Author’s e-mail: pavlina.plevova@volny.cz
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12. A

USKALiIi PRI HODNOCENI DYNAMICKE SCINTIGRAFIE
LEDVIN S FUROSEMIDOVYM TESTEM V DETSKEM VEKU

Chroustova Daniela’

Urbanova 1.2, Palyzova D.3, Langer J.*

! Ustav nukledrni mediciny VFN a 1. LF UK, Praha,
2 Détské oddéleni FN Na Bulovce, Prahg,

3 Klinika déti a dorostu FNKV a 3. LF UK, Prahag,
4 Klinika déti a dorostového lékafstvi VFN a 1. LF UK, Praha

Metody nukledrni mediciny nabizi moznost hodnoceni funkce uropoetického systému u fady
nefrologickych abnormalit, v&etné ndsledného posouzeni efektu medikamentézni nebo chi-
rurgické 1é&by, a to i u déti nejnizsiho véku. Dynamickd scintigrafie s intravenézni aplikaci
diuretika je sou&dsti vy3etfovacich algoritmi u mnoha nefrologickych onemocnéni. Predeviim
u obstruktivnich uropatii napomdhd odlisit obstrukci od hypotonie vyvodnych cest mocovych.
Obstrukéni hydronefréza byva Easto diagnostikovéna jiz prenatdlné. Détdti nefrologové a uro-
logové maii nelehky Gkol nejen sprévné indikovat chirurgicky vykon, ale i zvolit vhodny &as
operace, a to jak z hlediska patologického procesu, tak i z hlediska stéfi a vyvoje ditéte. Spe-
ciélné v prvnich 2 letech Zivota je nezbytné sledovéni vyvoje patologického procesu a podle
toho pristoupit k event. chirurgické intervenci. Zistévé viak stdle nejasné, ktefi pacienti s ob-
struktivni rendlni chorobou maiji z chirurgické operace uvzitek a za jakych okolnosti postizené
ledviny k operaci pfistoupit. Sdéleni obsahuje prehled souasnych poznatkd a zkuSenosti pfi
provadéni této radionuklidové metody, véetné postaveni funk&nich parametrd, které pomdhaii
posoudit patologicky proces ledviny. V préci jsou uvedeny jak prednosti, tak Uskali pfi jejich
hodnoceni s konkrétnimi ukézkami.

E-mail autora: Daniela.Chroustova@vfn.cz
chroustm@upcmail.cz
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DIFFICULTY IN THE EVALUATION OF THE DIURETIC
RENAL SCINTIGRAPHY IN CHILDHOOD

Chroustové Daniela’
Urbanovd 1.2, Palyzovd D.?, Langer J.*

' Department of Nuclear Medicine General Theaching Hospital and 1" School of Medicine Charles
University, Prague;

2 Department of Paediatrics, University Hospital Bulovka, Prague

® Department of Paediatric and Adolescent Medicine, University Hospital Krélovské Vinohrady
and 3rd School of Medicine Charles University, Prague

4 Department of Paediatric and Adolescent Medicine General Theaching Hospital and 1th School
of Medicine Charles University, Prague

Nuclear medicine methods offer a possibility of the renal evaluation of the genitourinary system
in many nefrological abnormalities including their following up after the pharmacological or
surgical treatment as well as in infants. Diuretic renal scintigraphy is a part of the investigative
algorithms in many nefrological illness. It especially helps to diferentiate an obstruction from
hypotonia of the urinary tract. Obstructive hydronephrosis is usually diagnosed prenatally. Pe-
diatric nephrologists and urologists have got no easy crucial task not only to indicate surgery
correctly, but choose the seasonable time of the surgery in term of the pathological process
and the child age and genesis as well. It is necessary to follow - up the development of patho-
logical process in the first 2 years of live particularly and as the case stands to approach to the
surgical intervention respectively. As loom remains, which patiens with the obstructive uropathy
have benefit from the surgery and in which considerations of the impaired kidney is needed to
approach to the surgery. Presentation includes survey of the current knowledge and experien-
ce with the procedure of this radionuclide method, including the role of functional parameters,
which are helpful in consideration of the pathological renal process. There are presented both
merits and difficulties during their evaluation with the concrete examples.

Author’s e-mail: Daniela.Chroustova@vfn.cz
chroustm@upcmail.cz
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FYZIOLOGICKY VYVOJ OVLADANI MIKCE A MOZNOSTI
JEHO NEGATIVNIHO OVLIVNENI

Veleminsky Milo$

Nestétni pediatrické zdravotnické zafizeni, Dukelskd 160, Trebor

Enuréza jako symptom se vyskytuje v détské populaci az v 5 % (dle ndzoru autora je aktudlné
ieji frekvence niZ3i).

V definici je viak nutné mimo jiné odli¥ovat vlastni enurézu od inkontinence. Existuje celd fada
studii, které se zabyvaiji touto problematikou.

Prvnim cilem sdéleni je upozornit na morfologii a funkci svalstva ovléddajicho mocovy méchyf
a systém nervového zdsobeni.

Druhym cilem jak popsat biopsychosocidlni vyvoj ditéte sméfujici k ovladdani mikce. Autor se
zmifiuje o 7 vyvojovych krocich.

Tietim cilem je upozornit na moZnosti negativniho ovlivnéni tohoto vyvoje.

Ctvrtym cilem je zdraznit roli praktického détského lékafe v prevenci vzniku enurézy.

Metoda préce spoéivé na vlastnich dlouhodobych zkuenostech, jak v préci z nefrologické
ordinace, tak v praxi praktického |ékafe pro déti a dorost.

Prezentace pfispévku bude provedena formou 10 minutového programu DVD.

Kli¢ové slova:
Enuréza, fyziologicky vyvoj, 7 krokd, vyznam praktického |ékafe pro déti a dorost

E-mail autora: mveleminsky@tbn.cz
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PHYSIOLOGICAL DEVELOPMENT OF THE VOIDING CON-
TROL AND POSSIBLE OCCURRENCE OF NEGATIVE EFFECTS

Veleminsky Milos

Private Pediatric Practice, Dukelskd 160, Trebon, CZ

Enuresis as a symptom is considered to occur in as much as 5% of the paediatric population,
of course depending on the age of children (in opinions of the author, the frequency is actually
lower).

However, defining the problem, it is necessary to differentiate the true enuresis from incontinen-
ce. There are numerous studies dealing with this problem.

The first aim of this presentation is to remind the morphology and function of muscles and iner-
vation system controlling the urinary bladder and the voiding act.

The second aim is to describe the biological and psycho-social development of the child lea-
ding to the voiding control. The author presents his concept of seven steps of the voiding control
development.

The third aim is to show some possible negative effects trying to achieve voiding control.

The fourth aim is to emphasize the important role of the paediatric practitioner in the manage-
ment and prevention of the enuresis.

The approach to the problem of enuresis is based on author “s long term experience as primary
care paediatrician and using his experience in a pediatric nephrology consulting office for
children and adolescents.

The topic will be presented as a 10 minutes DVD programme.

Key words:
Enuresis, physiological development, 7 steps, important position of primary care pediatrician

Author’s e-mail: mveleminsky@tbn.cz
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DILATACE MOCOVEHO SYSTEMU PRE- A POSTNATALNE -
- KAZUISTIKY

Laubovd Jana

Détskd klinika, Masarykova nemocnice v Usti nad Labem, o.z., Krajskd zdravotni, as.

Uvod: Dilatace mo&ovych cest tvofi 75 % prenatdlné diagnostikovanych abnormalit mo&ové-
ho systému, vyskytuje se u jednoho z 200-300 plodi. BohuZel neexistuji jednoznaéné uzné-
vand kritéria, kterd by uréovala, jaky pfedozadni rozmér ledvinné pdnvicky je patologicky.
Pfevdznou &dst pripadd dilatace tvofi pfechodnd fyziologickd pelviektdzie, méné &asto dia-
gnostikujeme skuteénou anatomickou vadu.

Cil sdéleni: Uk&zat variabilitu vyvoje prenatdlni dilatace mocového systému.

Popis pfipadi: Ve sdé&leni budou predvedeny prenatdlni sonografické obrazy 3esti pfipadd
dilatace mocového systému a jejich obrazy postnatdlni: fyziologickd prechodné pelviektdzie,
hydronefréza se stendzou v pelviureterdlni junkci s urinomem a bez urinomu, nerefluxni me-
gaureter, vezikoureterdlni reflux, chlopef zadni uretry.

Zavér: Dilatace mocovych cest jsou nej¢astéjsim prenatdlnim patologickym ndlezem v oblasti
mocovém systému, klinicky vyznam mé viak jen &ést z nich. | zdvazna dilatace mize byt pou-
ze pfechodnd, nebot duty systém ledvin dozrévé postnatalné.

E-mail autora: jana.laubova@mnul.cz
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URINARY TRACT DILATATION PRE- AND POSTNATALLY -
- CASE REPORTS

Laubovd Jana

Dptm. of Pediatrics, Masaryk ‘s Regional Hospital in Usti nad Labem

Introduction: Urinary tract dilatation is the most often prenatal pathological finding at the
urinary tract. It occurs in 75% of all urinary tract abnormalities, at one of 200-300 fetuses.
There is no consensus what anteroposterior renal pelvic diameter is pathological. The majority
of cases is a transient physiological pelviectasis, a real anatomical abnormality is diagnosed
occasionally.

Aim of study: To show variability in the development of prenatal urinary tract dilatations.

Case reports: There are six cases of prenatal dilatation pointed out in the presentation using
its prenatal and postnatal ultrasonographical scans: physiological transient pelviectasis, hyd-
ronephrosis - ureteropelvic junction obstruction, non-refluxing megaureter, vesicoureteral reflux,
posterior urethral valve.

Conclusion: Dilatations of the urinary tract are the most common prenatal pathological fin-

dings at the urinary tract, however only some of them have a clinical consequence. The urinary
tract matures postnatally, therefore even severe dilatation can be transient.
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DLOUHODOBE VYSLEDKY ENDOSKOPICKE LECBY
VEZIKOURETERALNIHO REFLUXU U DETI

Novdk Ivo'
Romzovda M.! Hurtovda M.!, Kulia¢ek P.2, Khaled B.!

! Urologicka klinika Fakultni nemocnice a LF UK, Hradec Krélové
2 Oddéleni détské chirurgie a traumatologie Fakultni nemocnice a LF UK, Hradec Kralové

Cil prace: Cilem prace bylo zhodnoceni dlouhodobych vysledki endoskopické 1éeby vezi-
koureterdlniho refluxu (VUR) u dé&ti, které podstoupili tuto operaci poprvé.

Metody: Retrospektivné autofi hodnotili vysledky endoskopické &by VUR v letech 2003-
2007. Do studie bylo zafazeno 136 déti, hodnoceno bylo 105 déti, 71 divek (67,6 %) a 34
chlapcd (32,4 %).

Lé&ba byla provddéna endoskopickym podpichem ureterdlnich dsti v celkové anestézii s pou-
Zitim rbznych instilaénich materiald (autologni krevni koagulum, Deflux®, Urodex® nebo kom-
binace téchto materidlo).

Hodnocen byl stuperi VUR pfed a minimdlné rok po lé¢bé (MCUG). Za Uspéch lé&by bylo po-
vazovdno snizeni stupné reflexu pfi asymtomatickém klinickém pribéhu pfetrvdvajiciho VUR
nebo jeho celkové vymizeni. Za selhdni bylo povaZovdno pretrvdvani nezménéného stupné
VUR nebo sice jeho pokles, ale s klinickou symptomatologii recidiv zadnétd mocovych cest,
které si vyzdadaly dalsi operaéni feseni (endoskopicky, otevienou operaci).

Vysledky: Minimdlné rok po operaénim zdkroku byla lé¢ba celkové Uspésnd u 73 déti
(69,5 %). U jednotlivych typd instilaénich materidlt byla [é¢ba Gspé&dnd ndsledovné: krevni
koagulum u 23 déti, Deflux® 30 u déti, Urodex® u 18 dé&ti, kombinace kopolyméru dextrano-
meru/ kyseliny hyaluronové a autologniho krevniho koagula u 2 déti.

Zbylych 32 déti (30,5 %) pro nelspéch podstoupilo reinstilaéni (23 déti; 21,9 %) nebo otevie-
nou operadni lé¢bu (ureterocystoneoanastomézu) (9 déti; 8,6 %).

Zavér: Uspésnost endoskopické lé&by VUR na Urologické klinice V Hradci Krélové byla téméF
70 %, coz odpovidé soucasnym publikovanym vysledkim. Jevi se jako idedlni |é¢ebny pfistup
k VUR a lze ji doporuéit jako primarni operalni 1é&bu vezikouretralniho refluxu.

E-mail autora: novakivo@fnhk.cz
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THE ENDOSCOPIC SUBMUCOSAL TREATMENT OF THE
VESICOURETERAL REFLUX: THE LONG-TERM EXPERIENCE

Novik Ivo'
Romzovda M.", Hurtové M.!, Kulia¢ek P.?, Khaled B.

' Department of Urology Teaching Hospital, Hradec Krdlove, Czech Republic.
2 Department of Pediatric Surgery and Traumatology Teaching Hospital, Hradec Krdlove, Czech Republic

The aim of the study was the evaluation of the endoscopic treatment (submucosal injections).
Their effectiveness as the primary therapeutic choice of the vesicoureteral reflux (VUR) in chil-
dren.

Methods: Authors chose the group of 136 patients with the vesicoureteral reflux, who un-
derwent submucosal injection treatment since 2003 to 2007. Retrospectively were evaluated
105 children who underwent this treatment for the first time - 71 girls (67,6%) and 34 boys
(32,4%). The treatment was provided in the general anesthesia with the different materials
(an autologous blood clot, Deflux®, Urodex® or combinations of these materials). Authors
focused on the VUR grade before and one year after treatment, detected by the voiding cys-
tography. The success of the therapy was in cases with the undetected VUR postoperatively or
the decreasing the VUR grade. As the failure authors considered the persistence of the initial
VUR grade or the decreasing VUR grade but symptomatic (UTI, necessary other endoscopy
or open surgery).

Results: The successful treatment wad detected in 74 cases (69,5%). Depending on the used
materials the success was following: 23 patients in the group with autologous blood clot, 30
patients in Deflux® group, 18 patients in Urodex® group and 2 patients in group with material’s
combination. The other 32 children (30,5%) had to undergo following endoscopic surgery (23
patients; 21,9%) or the open surgery (ureterocystoneostomy - 9 patients; 8,6%).

Conclusion: Authors showed 70% endoscopic treatment success what is similar as in the litera-
ture. They can recommend this treatment as the primary therapy for VUR.

Author’s e-mail: novakivo@fnhk.cz
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MOLEKULARNE GENETICKA DIAGNOSTIKA
IMERSLUND-GRASBECKOVA SYNDROMU - KASUISTIKA

Plevovd Pavlind’
Ptoszkovd H.2, Tanner S.3

' FN Ostrava, OLG
2 FN Ostrava, Détskd klinika
® the Ohio State University, Columbus, USA, the Human Cancer Genetics Program

Cil studie: Imerslund-Grésbeckdv syndrom je vzdcné dédiéné onemocnéni charakterizované
megaloblastovou anémii v disledku selektivni stfevni malabsorpce vitaminu B12 v kombinaci
s permanentni proteinurii. Onemocnéni je dédiéné autozomdlné recesivné. Pfi¢inou onemoc-
néni mohou byt mutace v genech AMN, CUBN, nebo GIF. Cilem studie byla detekce genetic-
ké pficiny u pacienta s Imerslund-Grésbeckovym syndromem.

Pacienti a metody: U 5letého chlapce byl diagnostikovdn Imerslund-Grésbeckdv syndrom.
Anamnesticky byl od véku 5 mésic vy3etfovan pro Gnavnost a anémii. Poté opakované do-
chézelo k anemizaci, v 5+ letech byla zji§téna makroalbuminurie a vzhledem k terapeutic-
kému efektu parenterdlni suplementace vitaminem B12 pro anémii byla stanovena diagnéza
Imerslund-Grésbeckova syndromu. Ve 14 letech byla provedena molekulérné genetickd ana-

lyza genu AMN v USA.

Vysledky: U chlapce byly nalezeny 2 rizné patogenni mutace v genu AMN. V pfipadé
paterndlni mutace se jednd o inzerci 4 pdri bazi v exonu 9 (c.977_978insCCCG), v pFipadé
materndlni mutace se jednd o Eésteénou deleci genu poéinaijici v exonu 9 a kondici v intronu

10 (c.967_(1169+15)del296bp).

Zavér: U vysetfeného byla potvrzena diagnéza Imerslund-Grésbeckova syndromu na mole-
kuldrni Grovni.

E-mail autora: pavlina.plevova@volny.cz
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MOLECULAR GENETIC ANALYSIS OF IMERSLUND-GRASBECK
SYNDROME - A CASE REPORT

Plevovd Pavlina’
Ptoszkovd H.2, Tanner S.3

" University Hospital of Ostrava, Department of Medical Genetics
2 University Hospital of Ostrava, Department of Pediatrics
% the Ohio State University, Columbus, USA, the Human Cancer Genetics Program

Aim of the study: Imerslund-Grésbeck syndrome is a rare inherited disorder characterized
by selective vitamin B12 malabsorption resulting in megaloblastic anemia and by permanent
proteinuria. The mode of inheritance is autosomal recessive. The syndrome is caused by CUBN,
AMN or GIF gene mutations. The aim of the study was to identify genetic cause in a patient
with Imerslund-Grésbeck syndrome.

Patiens and methods: Imerslund-Grasbeck syndrome was diagnosed in a 5-years old patient.
The patient suffered from fatigue and anemia from the age of 5 months. Later, repeatedly
anemia was found, at the age of 5 years also macroalbuminuria appeared and as anemia
responded to parenteral vitamin B12 supplementation, the Imerslund-Grasbeck syndrome di-
agnosis was made. At the age of 14 years, molecular genetic analysis of the AMN gene was
performed in the USA.

Results: Two pathogenic mutations were found in the AMN gene. Paternal mutation was
a 4-base insertion in exon 9 (c.977_978insCCCG) and maternal mutation was a partial gene
deletion expanding from exon 9 to intron 10 (c.967_(1169+15)del296bp).

Conclusion: In the patient, Imerslund-Grésbeck syndrome diagnosis was confirmed at the
molecular level.

Author’s e-mail: pavlina.plevova@volny.cz
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GITELMANUYV SYNDROM JAKO PRICINA
PSYCHOMOTORICKE RETARDACE U BATOLETE

Skalova Sylva'
Neumann D.!, Lnénicka P.2, Stekrové J.2

! Détskd klinika LF UK a FN, Hradec Krdalové
2 Ustav lékafské biologie a genetiky, 1.LF UK a VFN Praha

Uvod

Gitelmandv syndrom (GS) je autozomdlné recesivné dédiéné rendlni tubuldrni onemocnéni,
iehoz podkladem je u vétSiny pacients inaktivaéni mutace v genu SLC12A3, ktery kéduje thia-
zid-senzitivni NaCl kotransportér v distdInim tubulu. Je charakterizovan hypokalémii, metabo-
licou alkalézou, hypomagnezémii, hypokalciurii a normdlnim nebo snizenym krevnim tlakem.
Klinické pfiznaky se vyjime&né objevuji u déti do 5 let véku, GS byvé vétiinou diagnostikovan
v adolescenci a dospélosti.

Kazuistika

18mésicni chlapec byl pfijat ke komplexnimu vysetfeni pro psychomotorickou retardaci.
Rodinné& anamnéza je bezvyznamnd. Chlapec pochdzi ze 2. fyziologické gravidity, porod
spontdnni, z&hlavim v 37. gestaénim tydnu, porodni hmotnosti 2 790 g, délka 48 cm, popo-
rodni adaptace zcela nekomplikovand. Psychomotoricky vyvoj se opozdoval od 4.mésice
véku, ve 12 mésicich nesedél, nelezl, nestavél se. Od 14 mésicd véku byl v péci Rehabilitaéni
kliniky, odkud byl nésledné odeslén k hospitalizaci. PFi pfijeti vydka 84,5cm (3.perc), hmotnost
9,05kg (<3.perc), somaticky ndlez pfiméfeny. V laboratornich nélezech dominovala hypo-
kalémie (K 2,7 mmol/l), ostatni mineralogram véetné S-Ca a S-Mg v normé&, metabolickd
alkaléza s pH 7,483, BE +2,2, stand.bikarbondt 26,5 mmol/I, zvy$end hodnota aldoste-
ronu 1,95 nmol/l a v moéi hypokalciurie (index U-Ca/kreatinin 0,10 mmol/mmol). Ostatni
vydetfeni zaméfend na diferencidlni diagnostiku psychomotorické retardace (hornomy 3titné
zl4zy, metabolické vady, MR mozku) byla bez patologickych nélezd. Podezieni na Gitel-
mandv syndrom bylo ndsledné potvrzeno genetickou analyzou, kterd u chlapce prokdzala
3 rbzné mutace, z nichz 2 (c.2576T>C a ¢.2929C>T) jsou povazovény za mutace kauzalni
a oba rodige jsou jejich heterozygotnimi nosiéi. Po zahdjeni suplementace KCl perordlné do-
§lo k dpravé kalémie a do 1 mésice k podstatnému pokroku v motorickém vyvoji, rehabilitaéni
péce byla ukonéena ve 20 mésicich véku. V souasné dobé je chlapci 5 let a jeho psychomo-
toricky vyvoj je zcela pfiméfeny, vyska i hmotnost se pohybuiji na 3.percentilu, klinicky je bez
obtizi, EKG bez abnormit. Sou¢asnd lééba zahrnuje suplementaci KCl a spironolakton, zatim
bez nutnosti suplementace Mg.

Zaver

Kazuistikou demonstrujeme vzdcnou manifestaci GS v kojeneckém véku, kterd se projevila
retardaci psychomotorického vyvoje. | kdyZ se jednd o vzdcné onemocnéni, je zapotiebi na
né myslet u déti s opozdénim motorického vyvoje a svalovou slabosti. Z hlediska dlouhodobé
prognézy je GS povazovdn za pfiznivé onemocnéni.

E-mail autora: skalova.s@seznam.cz
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17. B

GITELMAN SYNDROME AS A CAUSE OF PSYCHOMOTOR
RETARDATION IN A TODDLER

Skdlova Sylva'
Neumann D.', Lnénicka P.2, Stekrovd J.2

" Department of Pediatrics, Faculty of Medicine in Hradec Krdlové, Charles University in Prague, CZ
2 Institute of Medical biology and Genetics, 1st Medical Faculty, Charles University in Prague, CZ

Introduction Gitelman syndrome (GS)is an autosomal recessive tubulopathy due to loss of func-
tion mutation in SLC12A3 gene encoding thiazide-sensitive NaCl co-transporter in the distal
convoluted tubule. GS is characterized by hypokalemia, metabolic alkalosis, hypomagnese-
mia, hypocalciuria and low-to-normal blood pressure. Clinical signs are rarely apparent before
five years of age and GS is usually diagnosed during adolescence or adulthood.

Case report 18-month old boy was referred to pediatric tertiary healthcare center becau-
se of psychomotor retardation. His family history was unremarkable. The boy was of second
gravidity, his delivery was spontaneous, in 37th week of gestation, his birth weight was 2790
grams, birth length 48 c¢m, postnatal adaptation was uneventful. Psychomotor retardation was
apparent after four months of age, at the age of 12 months he was still unable to sit, stand up
or to crawl. Since the age of 14 months he was followed up at the Department of Rehabilitation
until he was referred for further pediatric evaluation. Upon admittance, his body weight was
84.5 cm (third percentile), body weight 9.05 kg (below third percentile). Basic laboratory
evaluation revealed hypokalemia (serum potassium level 2.7 mmol/L), metabolic alkalosis (pH
7.483, base excess +2.2 mmol/l, standard bicarbonate 26.5 mmol/L) and hypocalciuria
(urinary calcium/creatinine ration below 0.1 mmol/mmo. The values of serum sodium, calcium
and magnesium were within normal reference range. The serum level of aldosterone was high
(1.9 nmol/L). Other results regarding the differential diagnosis of psychomotor retardation
were normal (the serum levels of free T4 and TSH, screening for inborn errors of metabolism,
magnetic resonance imaging of the brain). A working diagnosis of GS was established, which
was further confirmed by genetic analysis, where three different mutations were detected. Two
mutations (¢.2576T>C and ¢.2929C>T, respectively) were considered as causal ones, with
patient 's parents being the heterozygous carriers. Oral supplementation with potassium chlo-
ride was started, resulting in normalisation of serum potassium level. Within one month of
supplementation a significant psychomotor improvement was apparent and the rehabilitation
care could be discontinued at the age of 20 months. Currently, the boy is 5 years of age with
quite normal level of psychomotor development. Body height and weight are still at the third
percentile of the reference population. He is taking potassium chloride and spironolactone on
a daily basis. Serum potassium concentration and ECG are normal, so far there is no need for
magnesium supplementation.

Conclusion This case report provides a rare manifestation of GS in infancy and early childho-
ood where hypokalemia resulted in psychomotor retardation. In spite of being a rare disorder,
GS has to be considered in children with developmental delay and muscle weakness. In case
of adequate treatment, GS has an excellent prognosis.

Author’s e-mail: skalova.s@seznam.cz
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18. A

MINIRIN JAKO PODPURNA LECBA NEKTERYCH FOREM

&

INKONTINENCE MOCI U DETI

Smic¢kovd Zuzana

Urologickd klinika VFN a 1.LF UK Praha

Vychézim ze svych dlouholetych zkuSenosti v [é¢bé détskych pacientd s denni & noéni inkon-
tinenci modi, &i obou.

O efektu desmopresinu jako monoterapie, &i v kombinaci s nootropiky, &i tricyklickymi anti-
depresivy, homeopatiky, alarmy atd. v 16&bé& primérni noéni enurézy bylo napsdno nespocet
publikaci.

Nyni jiz dlouhodobé mdame k dispozici prepardt Minirin MELT.

S rozvojem vy3etfovacich metod, které jsme dfive neméli k dispozici- uroflowmetrie, uroflow-
metrie s elektromyografii, & kompletni urodynamické vyseteni, pfibyvd pacientl s roznymi po-
ruchami dolnich mo&ovych cest, dfive mylné zafazovanymi do skupiny primérni monosympto-
matickd noéni enuréza.Tito pacienti bohuzel byli a stdle jsou jesté nékdy neadekvéiné 1é&eni.

Dle mych zku3enosti s lé&bou pacientd s funkénimi poruchami mo&ového méchyfe, af jiz na
podkladé funkéni poruchy jako takové, &i sekunddrni poruchy na podkladé vrozené anomdlie
- chlopni zadni uretry, Minirin MELT jako podpdrnd lé&ba je velmi efekini, zvl&sté v pocdtcich
lé&by poruchy funkce méchyfe.

Minirin MELT md jisté své opodstatnéni jako podpirnd lé&ba zejména u funkéné malokapacit-
nich méchyid, kde je nutno zvétsit kapacitu, af iz spasmolytiky &i anticholinergiky, kdy hlavné
v podatcich lé&by rychleji nastupuje efekt. Pacienti se dfive stdvaii v noci kontinentnimi.

Toto jisté oceni nejen nadi pacienti, ktefi jsou Uniky moé&i velmi limitovdni ve svych aktivitéch,
ale i celé jejich rodiny.

| po odstranéni chlopni zadni uretry, zvl§té u déti starsich, dlouvhodobé pFetrvévé porucha
funkce méchyfe.

Délka terapie Minirinem MELT v této indikaci, neni-li porucha koncentraéni funkce ledvin, je
individudlIni. Pochopitelné ndprava poruch funkce méchyre trvé déle, &im pozdsji je lécba

vevs

zahdjena a &m zdvaznéjdi porucha funkce méchyfe je.

Z4vérem uvadim kazuistiky, tykajici se této problematiky.
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18. B

MINIRIN AS SUPPORTIVE THERAPY IN SOME TYPE
OF URINARY INCONTINENCE

Smickova Zuzana

Department of Urology, General Faculty Hospital Prague

This is based on my long experience with the treatment of enuresis or incontinence in childhood.

Many publications were written about effect of desmopresin as monotherapy or as a drug in
combination with nootropics, tricyclic antidepressants, homeopathy, and alarms as primary
treatment of noctural enuresis.

Minirin MELT in 60 and 120 ug strengths has been in the market for many years.

Number of patients with low urinary tract symptoms increases due to development of investi-
gative methods, which were not available earlier as uroflowmetry, uroflowmetry with electro-
myography or complete urodynamic study.These patients were wrongly considered as primary
monosymptomatic noctural enuresis.These children were treated inadequately sometimes also
nowadays.

Based on my experience in the treatment of patients with voiding disorders of urinary bladder
as primary reason or secondary due to congenital anomalies-posterior urethral valves, Minirin
MELT as supportive therapy is highly effective mainly in the early stage of treatment.

Pharmacotherapy with Minirin MELT is an effective therapy mostly for patients with functional
low capacity urinary bladder. In this case it is necessary to distend the capacity using phar-
macotherapy - antispasmodic or anticholinergic therapy, the best response in the early stage
of the treatment and the patients are sooner continent at night. This is the big success not only
for patients, who are limited in their activity, but also for their family. After surgical treatment of
posterior urethral valves, especially in older children, dysfunction may persist for a long time.
The duration of the therapy with Minirin MELT is individual, except in case of renal defect of
urine concentration. Understandably, the later the treatment starts and more serious the defect
is, the longer it takes to repair.

Case reports, concerning this topic are presented.
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Minirin MELT - zkusenosti z klinické praxe

Leichmannovd Jana

Nefrologickd ambulance, Brno

Desmopressin acetdt je prvni volbou farmakologické [é¢by v klinické praxi pro 1é€bu primérni
noéni enurézy (PNE).

Desmopressin je synteticky analog peptidu hormonu AVP.

Minirin MELT je ordlni rychle rozpustny lyofilizat desmopressinu.

Relativné nizké dévka léku - Minirin MELT (120-240 ug) - dostateéné kontroluje diurézu bé-
hem celé doby, kterd koresponduje s dobou spdnku u vétsiny pacientd s PNE.

Proé preferovat Minirin MELT?
Nizsi davka, vysokd Géinnost, snadné uziti, vyssi compliance.

Dvé kazuistiky 1é&by PNE.

E-mail autora: jana.leichmannova@seznam.cz
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ARE CHILDREN WITH NEPHROTIC SYNDROME AT RISK
FOR GROWTH RETARDATION?

Leichmannovad Jana

Nephrological outpatients, Brno

Desmopressin acetate is the first choice drug used for medical treatment of Primary nocturnal
enuresis (PNE). Desmopressin is a syntetic analogue of peptide hormone AVP.

Minirin MELT is oral fast - melting (lyophilisate) desmopressin formulation.

Relatively low dose of drug - Minirin MELT (120-240 ug) - sufficiently controls diuresis during
whole period corresponding to the most PNE patients night sleeping period.

Why to prefer Minirin MELT?
Low dose, high efficacy, easy to use, higher compliance.

Two case reports of PNE treatment were presented.

Author’s e-mail: jana.leichmannova@seznam.cz
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20.A

DIABETES INSIPIDUS - KLINICKE FORMY A TERAPEUTICKE
MOZNOSTI

Kovdcs Laszld

2. detskd klinika Lekarskej fakulty Univerzity Komenského a Detskej fakultnej nemocnice s poliklinikou
v Bratislave

Homeostdza vody si vyzaduje pritomnost intakiného mechanizmu smé&du potrebného na
zabezpedenie dostatoéného prijmu vody a tiez riadenie jej vylucovania oblickami, &o je
sprostredkované sekréciou arginin-vazopresinu (AVP, tiez zndmy ako antidiureticky hormén).
AVP uplatiivje svoje antidiuretické pésobenie vazbou na vazopresinové receptory typu V2
(V2R) na bazolaterélnej membrdane zbernych kandlikov obliciek.

Diabetes insipidus sa charakterizuje vylu¢ovanim velkého objemu nekoncentrovaného modu.
Méze byt spésobeny niektorou zo $tyroch odlidnych patofyziologickych pordch, vrétane po-
ruchy sekrécie AVP (centrdlny, neurogénny diabetes insipidus), poruchy rendlnej odpovede
na antidiuretické pésobenie horménu (nefrogénny diabetes insipidus), nadmernym prijmom
vody (dipsogénny diabetes insipidus) a zvy$enym odbiravanim horménu (gestaény diabetes
insipidus). Rozliovanie jednotlivych pri¢in a uréenie patofyziolégie a spdsobu liecby je nevy-
hnutné pre efektivny manazment tohto potencidlne nebezpeiného stavu. Odhalenie priciny
genetickych foriem diabetes insipidus je zdkladom dalieho pokroku a méze viest k zlep3eniu
metdd prevencie, diagnostiky a liecby. Lie¢ba neurogénneho diabetes insipidus sa vyrazne
menila zavedenim desmopresinu, syntetického analégu prirodzeného horménu do klinicke;
praxe. Novou perspektivou v lie¢be hereditarnych foriem nefrogénneho diabetes insipidus su
farmakologické chaperény, ktoré dokdZu napravif konfiguréciu defektnych proteinov.

E-mail autora: kovacsbox@gmail.com
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DIABETES INSIPIDUS - CLINICAL FORMS
AND THERAPEUTICAL OPTIONS

Kovdcs Laszlé

2nd Department of Pediatrics, Comenius University Medical School and University Children “s Hospital
in Bratislava

Water homeostasis is regulated by osmotically (and hemodynamically) mediated secretion
of arginin vasopressin and by intact thirst sensation. AVP expresses its antidiuretic action by
binding to the vasopressin receptors type 2 (V2R), that resides on the basolateral membrane
of the renal collecting ducts.

Diabetes insipidus is characterized by excretion of large amounts of diluted (not concentrated)
urine. It may be caused by any of the four different pathophysiological disturbances, including
defects of secretion of AVP (central or neurogenic diabetes insipidus), defects of renal response
to the antidiuretic action of AVP (nephrogenic diabetes insipidus), abnormally high water in-
gestion (dipsogenic diabetes insipidus) and increased inactivation of the hormone (gestational
diabetes insipidus). Effective management requires clear differentiation of the individual forms
and initiation of appropriate treatment of these potentially dangerous conditions.

Author’s e-mail: kovacsbox@gmail.com
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21. A

CESKY REGISTR RENALNICH BIOPSIi, DETI 1994-2008,
15 LET ZKUSENOSTI

Kolsky Alexander'

Jan&ova E., Dusek J., Hladik M., Skélové S., Vondrak K., Geier P., Smreka V., Starha J.,
Pellantové Z., Skibova J., Stejskal J., Janda J., Rychlik I, Tesaf V. et al.

! Klinika déti a dorostu 3. LF UK, FNKYV Praha; Cesky registr biopsii ledvin

Cil préce: prace uvadi vysledky Ceského registru rendlnich biopsii (CRRB). V letech 1994-
2008 bylo provedeno celkem 9 332 biopsii ledvin (RB). Z toho 1903 RB bylo u déti a mla-
distvych do 18 let. Soubor CRRB vznikl v rdmci I. interni kliniky (dnes nefrologickd klinika)
1. LF UK v Praze v roce 1994 a obsahuje prakticky viechny RB vlastnich ledvin u déti, které
byly provedeny v 10 pediatrickych centrech, v nasi vlasti.

Vysledky: promérny vék souboru byl 12,5+4,5 roku (2.5 més. - 18 r.), chlapcd bylo 55,5 %,
divek 44,5 %. Déti < 5 let bylo 10 %, déti 5-10 let bylo 20,6 %, 10-15 let bylo 36,3 % déti
a 33,1 % bylo 15-18 let. Nejeastéjsi diagndzy byly: IgA nefropatie (23,5 %), syndrom tenkych
membrdn (11,8 %), nefroticky syndrom s minimé&lnimi zménami (11,1 %), men3i glomerularni
abnormality (8 %), lupusovd nefritis (5,2 %) a FSGS (5 %). Ze viech RB se vyskytla mikro-
skopickd hematurie (HU) v 58,8 %, makroskopickd HU v 15,5 % a proteinurie v 64,9 %
(22.6 % bylo = 3,5g/24h). ArteridIni hypertenzi mélo 10,6 % pacientd. Hypertonici v porov-
néni s normotoniky méli vyznamné vy3si proteinurii (3,9+4,8 a 2+3,3 /g/24h/, p < 0,001)
a hladinu sérového kreatininu (140,3+162,4 a 75,6+61,8 /pymol/l/, p < 0,001). Hyperto-
nici se nelisili vékem od normotonikd. 78 % RB bylo provedeno pod kontrolou ultrazvuku, ve
26 % byl pouzit biopsy gun. Klinicky zédvazné komplikace se vyskytly u 2,8 % pacientd (mak-
rosk. HU, hematom).

Zavéry: RB poskytuje dilezité informace o epidemiologii, indikacich a moznosti spoluprace
u glomerulopatiich v nasi zemi.

E-mail autora: kolsky@fnkv.cz
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CHILDREN IN CZECH REGISTRY OF RENAL BIOPSIES
1994-2008, 15 YEARS OF EXPERIENCE

Kolsky Alexander!

Jancova E., Dusek J., Hladik M., Skélové S., Vondrék K., Geier P, Smreka V., Starha J,,
Pellantovd Z., Skibovd J., Stejskal J., Janda J., Rychlik I., Tesaf V. et al.

" Dept. of Pediatrics, 3rd Medical Faculty, Charles University, FNKV, Prague; on behalf of the Czech
Registry of Renal Biopsies

The aim of the study: This report describes data collected by the National CRRB. In the years
1994-2008 were performed 9 332 renal biopsies (RB) which includes 1903 in children and
adolescents < 18 years. CRRB has been run since 1994 and includes currently 10 pediatric
centres performing practically all RB of native kidney in children in Czech Republic.

Results: Mean age was 12.5£4.5 yrs (2.5 months - 18 yrs), boys were 55.5%, girls 44.5%.
10% of children were < 5 yrs, 20.6% were 5-10 yrs, 36.3% were 10-15 yrs and 33.1% were
< 18yrs. The most frequent diagnoses were: IgA-GN (23.5%), Thin-membrane glomerulopathy
(11.8%), Minimal-change nephrotic syndrome (11.1%), Minimal proliferative changes (8%),
Lupus nephritis (5.2%) and FSGS (5%). Out of all RB microscopic hematuria (HU) was pre-
sent in 58.8%, gross HU in 15.5%, proteinuria (PU) in 64.9% (22.6% = 3,5g/24h). 12%
of patients were hypertonic and had significantly higher PU (3.9+4.8 vs. 2+3.3 /g/24h/,
p <0,001) and level of plasma kreatinine (140.3+162.4 vs. 75.6+61.8 /umol/l/, p < 0,001).
78% of RB were performed using ultrasound needle guidance, in 26% biopsy gun was used.
Clinically serious complications were in 2.8% of patients (gross HU, hematoma).

Conclusion: RB provides us important information about the epidemiology of glomerulonephri-
tis in our region, about indications for performing RB and represents a base for co-operation

in this field.

Author’s e-mail: kolsky@fnkv.cz
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DETI S IGA NEFROPATII A NEFRITIDOU PRI HENOCH -SCHON-
LEINOVE PURPURE V CESKEM REGISTRU RENALNICH BIOPSII

Skalové Sylva'?

Kolsky A.', Janovd E.!, Dusek J.", Hladik M.!, Vondrdk K., Geier P.!, Smréka V., Starha J.,
Pellantové Z.', Skibové J.!, Stejskal J.!, Janda J.", Rychlik I, TesaF V." et al.

! Cesky registr rendlnich biopsii; 2 Détské klinika LF UK a FN Hradec Krélové

Cil: Zjistit vyskyt IgA nefropatie (IgAN) a nefritidy pfi Henoch-Schénleinové purpufe (HSPN)
u déti v Ceském registru rendlinich biopsii a analyzovat sledované klinické Gdaije téchto paci-
entd.

Metodika: Klinické a histopatologické data byla ziskéna z Ceského registru rendlnich biopsii.
V letech 1994-2008 bylo v 10 pediatrickych centrech CR bioptovdano 1903 déti a adolescen-
10 ve véku < 18 let.

Vysledky: IgAN byla diagnostikovéna u 440 (23.5 %) dé&ti a HSPN u 66 (3.2 %) déti. Pro-
mérny vék byl u détskych pacientd s IgAN 13.92 let (rozmezi 2-18) , u pacientd s HSPN 11.68
let (rozmezi 3-18). Pomér chlapci: divky byl v pfipadé IgAN 1.9: 1.0 0.9 : 1.0 u HSPN.
Promérnd hodnota sérového kreatininu byla 772 pmol/L (rozmezi 20-600) versus
70.98 pmol/L (rozmezi 28 -280). Proteinurie > 3g/den v dobé diagnézy byla pfitomnd
u 13.7 % IgAN a 25 % HSPN (p=0.001). Mikroskopickd hematurie byla uddvéna v 61.3 %
IgAN a 80 % HSPN. Makroskopickd hematurie se vyskytovala u 34.4 % IgAN a 16.7 %
HSPN. ArteridIni hypertenzi mélo v dobé biopsie 0.9 % déti s IgJAN a 26.7 % s HSPN.

Zavér: IgA nefropatie je nejéastdji zjisfovanou primdrni glomerulonefritidou v détském véku
zatimco HSP nefritida je podstatné méné castd. Déti s HSP nefritidou jsou v dobé stanoveni
bioptické diagndzy mladsi, maiji vyssi proteinurii a Castéj3i hypertenzi ve srovndni s IgA nef-
ropatii.

-50-




22.B

CHILDREN WITH IGA NEPHROPATHY AND HENOCH -SCHOENLEIN
PURPURA NEPHRITIS IN CZECH REGISTRY OF RENAL BIOPSIES

Skdlova Sylva'?
Kolsky A.', Janéovd E.!, Dusek J.", Hladik M.!, Vondrék K., Geier P., Smréka V., Starha J.,
Pellantovd Z.!, Skibové J.', Stejskal J.', Janda J.!, Rychlik I, Tesaf V.! et al.

' Czech Registry of Renal Biopsies, Prague, Czech Republic; 2 Department of Pediatrics, Charles Universi-
ty in Prague, Faculty of Medicine and University Hospital in Hradec Kralove, Czech Republic

Obijective: This study aimed to determine the occurence of IgA nephropathy (IgAN) and He-
noch-Schoenlein purpura nephritis (HSPN) in Czech children and to analyze clinical data in
these patients.

Methods: Clinical and histopathological data were obtained from Czech Registry of Renal
Biopsies (CRRB).We evaluated data relating to 1903 native renal biopsies performed in chil-
dren and adolescents < 18 years of age by 10 pediatric centers in the years 1994 -2008.

Results: IgAN was detected in 440 (23.5%) children and HSPN was diagnosed in 66 (3.2%)
children. The mean age was 13.92 years (range 2-18) in IgAN and 11.68 years (range
3-18) in HSPN patients. Male to female ratio was 1.9 : 1.0 and 0.9 : 1.0, respectively. Mean
serum creatinine levels were 77.2 pmol/L (range 20-600) vs 70.98 pmol/L (range 28 -280).
Proteinuria > 3g/day at the time of biopsy was seen in 13.7% of IgAN and 25% of HSPN
patiens (p=0.001). Microscopic haematuria was present in 61.3% of IgAN and in 80% of
HSPN patients, gross haematuria was observed in 34.4% and 16.7% , respectively. Arterial
hypertension at the time of biopsy was present in 0.9% of children with IgAN and 26.7% of
patiens with HSPN.

Conclusion: IgA nephropathy is the most frequently encountered primary glomerulonephritis
while HSPN is the third most common secondary nephropathy in children in CRRB. Compared
to IgA nephropathy, patients with HSPN are younger with higher incidence of proteinuria and
hypertension at the time of diagnosis.

Author’s e-mail: skalova.s@seznam.cz

-51 -




23.A

PUNKCNI BIOPSIE SOLITARNI LEDVINY

Dusek Jiri
Vondrék K., Seeman T., Simdnkové N., Zieg J., Rosik T., Hfibal Z., Janda J., Stejskal J.

Pediatrickd klinika, Klinika zobrazovacich metod a Ustav patologie a molekularni mediciny 2. LF UK
Praha a FN Motol

Uvod: Punkéni biopsie solitarni ledviny se v minulosti povazovala za absolutni kontraindikaci
vykonu. Zavedenim nové techniky rendlni biopsie se vykon stal méné rizikovym. V souéasné
dobé se v indikovanych pfipadech punkéni biopsie solitarni ledviny zaéind provadét.
Soubor pacientd a metoda: Punkéni biopsii solitarni ledviny jsme provedli u 3 chlapci ve
véku 8 - 16 let (medidn 9 let). K lokalizaci ledvin jsme pouzili sonograficky pFistroj Toshiba
Aplio XG. K odbéru rendlni tkdné jsme pouzili Bard Magnum s jehlami o priméru 16 a 14
Gauge. Viechny biopsie byly provedeny v celkové anestézii.
Indikace k biopsii solitarni ledviny:
1) 10 let pretrvévaiici nefrotickd proteinurie se stoupaijici hladinou sérového kreatinin
u chlapce po [é¢bé nefroblastomu (nefrectomie + chemoterapie).
2) Progreduijici rendlni insuficience, hypertenze.
3) 5 let pretrvavaijici nefrotickd proteinurie, hypercholesterolemie, slabd pozitivita ANA,
snizend glomeruldrni filtrace (DTPA).

Vysledky: Viechny biopsie solitérni ledviny probéhly standardnim zpisobem. Obdobi po
biopsii bylo bez komplikaci, viichni pacienti byli bez potizi. Kazdym jednotlivym vpichem byl
ziskdn vzorek rendlniho parenchymu. U prvniho pacienta byl odebrén pouze jeden vzorek
na vysetfeni svételnym mikroskopem a elektronovou mikroskopii. U ostatnich chlapct byly
odebrdny vzorky dva. Median odebranych glomeruld pfi jedné biopsii byl 17.
Vysledky histologickych vy3etfeni:
1) Sekunddrni fokdlné segmentdlni glomeruloskleréza s intersticidlni nefritidou nejspise
nésledek chemoterapie.
2) Membranézni glomerulonefritida s protilatkami proti bazélni membréané tubuld.
3) Clq nefropatie.
Zaver:
1) Punkéni biopsie solitdrni ledviny probéhly standardnim zpdsobem, bez komplikaci.
2) Provedeni punkéni biopsie solitarni ledviny musi byt indikovéno zku$enym pracovistém,
peélivé zvaZovat pFinos a rizika biopsie.
3) Vykon byl mél byt proveden pracovnikem s dlouholetou zku$enosti, protoZe riziko
nefrektomie a ndsledného dialyzaéné transplantaéniho programu stdle trvd.

-52.




23.B

PERCUTANEOUS RENAL BIOPSY OF A SINGLE NATIVE
KIDNEY

Dusek Jifi
Vondrdk K., Seeman T, Simdnkovd N., Zieg J., Rosik T., Hfibal Z., Janda J., Stejskal J.

Dptm. Of Pediatrics, Dptm. of Imaging Methods, Dptm. of Pathology and Molecular Medicine, Charles
University Prague Hospital Motol, Prague 5

Background: Single kidney has been considered as a clear contraindication for the percutane-
ous biopsy for many years. The introduction of the ultrasound guided techniques and the use of
automatic sampling devices (biopsy gun) decrease a risk of the serious complications. We do
report the first cases of the single kidney biopsies our hospital.

Patients and method: We performed up to now the percutaneous solitary kidney biopsy in 3 boys
aged 8 - 16y (median 9 y). The ultrasound-guided technique (Toshiba Aplio XG) was used. The
renal tissue samples were obtained by Bard Magnum Biopty device, using needles 16 and 14 Gau-
ge in diameter. The general anesthesia was used in all patients to exclude unexpected movement.
Indications of the solitary kidney biopsy were following:
1. Increasing nephrotic range proteinuria persisting for 10 years, continuously decreasing glomerular
filtration rate in a boy formerly treated for nephroblastoma (nephrectomy + chemotherapy).
2. Progressive renal insufficiency with hypertension.
3. Persisting nephrotic range proteinuria (5 years), hypercholesterolemia, ANA low level
and decreased glomerular filtration rate (DTPA).

Results: We have not recorded any technical problems performing the single kidney biopsy in
these patients. All biopsies were done by the standard way using ultrasound localization and
biopsy gun. The patients did not reveal any complaints and we did not observe any biopsy
related complications and biopsy resulted in 100% success in kidney tissue samplings. In the
first boy we decided for only one sample of the renal tissue (safety reason). In other 2 cases
we gained two renal tissue samples (light, electron and immunofluorescent microscopy). The
median number of glomeruli per biopsy was 17.

Histology: 1. Secondaryfocalsegmentalglomerulosclerosisandinterstitialnephritisprobably as
a result of previous chemotherapy.
2. Membranous glomerulonephritis with the tubular basement membrane antibodies.
3. Clq nephropathy.

Conclusions:

1) Percutaneous solitary kidney biopsies in our 3 patients were performed without any
complications.

2) Benefit - risk ratio should be considered in each individual patient.

3) Single kidney biopsy has to be indicated and performed only by an experienced team of
pediatric nephrologists to avoid possible serious complications (e.g. renal replacement
therapy due to nephrectomy.

See also a report on registry of single kidney biopsy in children in full text on line:
http://www.springerlink.com/content/xxpwvfmbgg7g3393 /fulltext.pdf

Author’s e-mail: |.dusek@lfmotol.cuni.cz
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TRICET LET OD PRVNiI HEMODIALYZY DITETE
V CESKE REPUBLICE

Janda Jan'

spofenko J.!, Vlachovd E."- and the renal team of Dptm. of Pediatrics in Prague - Motol
Dolezel Z.2, Hladik M.®

2 Pediatrickd klinika FN Brno; 3 Klinika détského lékafstvi FN Ostrava

Praha-Motol: dne 26. z4fi 1980 byl na I. détské klinice v Motole zahdjen pravidelny
dialyzaéni program u déti s chronickym selhénim ledvin (zajisfovali J. Janda, J. Kreisinger,
K. Reitspiesovd-pozdéii Bléhovd, détské sestry v Eele s E. Pavlinovou, pozdéji Vlachovou). Do
té doby byly lé&eny pouze déti s akutnim selhdnim ledvin peritonedlni dialyzou, kterd byla
zavedena prof. E. Poléckem jiz v 60. letech na . détské klinice na Karlové. Stejné jako na pedi-
atrickych pracovidtich v Evropé i USA i u nds se lékafsky a sestersky persondl skolil napfed na
pracovidtich dospélé dialyzy, v Praze (pfedevsim dialyzadni stfedisko na Strahové (A. Vélek
a spol.), pomoc i IKEM - J. Bléha, J. Zabka). V roce 1980 se podaifilo ziskat moderni piistroj
firmy Gambro AK10, ktery byl umistén v jednom boxu nefrologické sekce kliniky. U&innou po-
moci byly i stdZe nadeho persondlu na détském dialyzaénim stfedisku (DDS) v Berliné - NDR
(P. Grossmann, S. Devaux) i dlouhodobd stéz kolegy z Rostocku na nasi klinice (J. Stolpe).
Cévni pristupy zajisfovali obétavé nasi kolegové z détského kardiocentra v Motole (J. Spa-
tenka). Motolské stredisko v prvni etapé zaijisfovalo pravidelny dialyzaéni program pro déti
a dorost z celé CR. Easovy sled dalsich metod: 1.hemodialyza s hemoperfuzi 25.8. 1981,
1.transplantace ledviny u ditéte v Motole 24. 11. 1981, 1.CAPD u ditéte s lahvemi NTS 1982,
rekreaéni dialyza (Krkono3e)1989, 1.plazmaferéza ditéte v Motole 5. 11. 1991, 1.CCPD
s vaky 4. 11. 1992. CVVH metody se staly rutinou v 90.letech. Vzhledem k pomérné vysokému
poctu déti vyZzadujicich ndhradni 1é&bu a pfedeviim v Fadé pFipadid velkou vzddalenost nemoc-
nych od motolského stfediska vznikla postupné 2 dalsi pracovi§té - v Brné a Ostravé.

Brno: DDS v Brné vzniklo v r. 1983 na tehdejsi II. détské klinice (dostatek zkusenosti s perito-
nedlni dialyzou pfi akutnim selhdni ledvin). DDS postupné zavddélo do praxe dalsi eliminaéni
metody (hemoperfize, hemofiltrace), tyto techniky se staly sou&dsti komplexni lé&by kriticky
nemocnych déti i na jinych pracovistich brnénské Détské nemocnice (chirurgie, onkologie,
infekce). Cinnost stfediska zajisfovali Zd. Dolezel, D. Dostélkové a J. Starha a spol.

Ostrava: DDS v Ostravé vzniklo v roce 1991, stejné jako v Brné hlavnim divodem byla velké
vzddlenost do Prahy, pacienti se museli dokonce do Motola dopravovat letecky tiikrdt tydné!
Stiedisko zpo&atku zaijidfovalo pouze lé&bu hemodialyzou v chronickém programu, od roku
1995 se aktivita rozsifila o peritonedlni dialyzu a v kratké dobé i o celé spektrum akutnich
eliminaci. V Ostravé je k dispozici i [é¢ba selhdni jater systémem “Prometheus”. Persondlné
zajistuji stfedisko M. Hladik a T. Zaoral.

Zavér: 30 let od zaldtku hemodialyzaéni 1éby déti s chronickym selhénim ledvin se péée
o déti a dorost s touto diagnézou stala rutinou a jeji Grover v CR je srovnatelnd s mezing-
rodnimi standardy. Vsichni détsti pacienti 1é¢eni eliminaénimi metodami jsou zafazovéni
i s perspektivou transplantace ledviny. Ve srovnéni s hemodialyzou dnes jednoznaéné pre-
vlddé lééba automatizovanou peritonedlni dialyzou.

E-mail autora: jandajan1@seznam.cz
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THE PEDIATRIC DIALYSIS PROGRAM IN THE CZECH
REPUBLIC STARTED 30 YEARS AGO (1980)

Janda Jan'

§pctfenl<ct J., Vlachovd E."- and the renal team of Dptm. of Pediatrics in Prague - Motol
Dolezel Z.2, Hladik M.3

2 Pediatrickd klinika FN Brno; 3 Klinika détského lékarstvi FN Ostrava

Prague-Motol: the regular chronic dialysis program in children with chronic renal failure started
with hemodialysis on 26th of September 1980 at the 1st Dptm. of Pediatrics (J. Janda, J. Kreisin-
ger, K. Reitspiesovd- Bléhovd, J. Spatenka, E. Pavlinové- Viachovd). In Prague, it was a long ex-
perience with peritoneal dialysis (PD) introduced by E. Poldéek already in early sixtieths. Similarly
as in other European countries and USA the important generous help came from the center for
hemodialysis for adults (IKEM- J. Blaha, J. Zabka), Strahov (A. Vdlek, J. Pavlicovd et. al.), where
our pediatricians and nurses provided the necessary knowledge and skill. Since 1980 modern
dialysis monitors Gambro AK10 were used for chronic hemodialysis in Motol. Major profit and
support came from pediatric dialysis centers abroad (Berlin- P. Grossmann, S. Devaux), Rostock
(J. Stolpe) and Heidelberg (K. Schaerer, O. Mehls) including the one way material for hemodia-
lysis and even older dialysis monitors. The vascular access for dialysis was provided by pediatric
surgeons in Motol (J. Spatenka). Originally, the center in Motol covered completely the pediatric
chronic dialysis program in all Czech Republic. Next activities in Prague: 1.hemodialysis with
hemoperfusion 25.8.1981, 1.renal transplantation in Motol 24. 11. 1981 (nevertheless first renal
Tx after CAPD in 1977), 1.regular CAPD treatment 182 (bottles!), first holiday dialysis 1989
(Krkonose), 1.plasmapheresis in Motol 5. 11. 1991, 1.CCPD with plastic bags 4.11.1992, CVVH
since the early ninethies, also as service for the pediatric intensive care unit, immunabsorption
in 2006. Due to increasing number of children with chronic renal failure and a long distance to
Prague (particularly from Morava) 2 other pediatric centers started their activities.

Brno: the pediatric dialysis program started at the 2nd Dptm. of Pediatrics in 1983 (based on
the sufficient experience with acute peritoneal dialysis). Stepwise also other elimination methods
have been introduced (hemoperfusion, hemofiltration). These techniques became a routine com-
plex treatment of critically ill children in Pediatric Hospital in Brno providing services for dptms.
od pediatric surgery, infection and oncology. The Brno pediatric team includes Zd. Dolezel,
D. Dostdlkovd, J. Starha and ....).

Ostrava: the pediatric dialysis program started at the Dptm.of pediatrics in 1991. Originally,
transport of children from this region to Motol was provided using services of the Czech airlines
3 times in a week! The activities of this center extended later to peritoneal dialysis and acute eli-
mination methods. Treatment of the acute liver failure may be proved using the Prometheus modul
(M. Hladik a T. Zaoral, E. Gelnarovd) Renal transplantation in children is completely provided
only in Prague Motol covering the Czech Republic and partially renal transplants in toddlers and
some preschool children from Slovakia.

Summary: thirty years from the start of chronic hemodialysis and later peritoneal dialysis inclu-
ding acute elimination methods these techniques are a routine. The quality of treatment and results
meets the international standards. Similarly as in other developed countries, the automated peri-
toneal dialysis is the first choice of treatment of chronic renal failure in children and adolescents
with a perspective of early renal transplantation.

Author’s e-mail: jandajan1@seznam.cz
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CHRONICKY DIALYZACNi PROGRAM U DETI
V CESKE REPUBLICE V ROCE 2009

Vondrdk Karel’
Dolezel Z.2, Dusek J.!, Hladik M.2, Seeman T.!, Simankova N.!, Starha J.2, Zaoral T.3, Zieg ).
aJanda ]!

! Pediatrickd klinika FN Motol; 2 Il. détska klinika Brno; ® Oddéleni pediatrické resuscitaéni a intenzivni
péce FN Ostrava

Prezentujeme kaZdoroéni souhrn Gdaji o 1é&bé détskych pacientd do 19 let véku s chronickym
selhdnim ledvin v Ceské republice za rok 2009.
Data jsou shromazdovdna ve spoluprdci 3 dialyzaénich stfedisek pro déti a dorost - v Praze

(Pediatrickd klinika FN Motol), Brné (II. détské klinika FN Brno) a Ostravé (Oddéleni pediat-
rické resuscitaéni a intenzivni péée FN Ostrava).

Vysledky: Incidence chronického selhdni ledvin u déti v CR roce 2009: ndhradni léZba ledvin
byla v r. 2009 zahdjena u 13 déti. PD u 10, HD 3 déti. Nebyla Z24dnd preemptivni transplantace.
Prevalence (pocet pfezivajicich pacientd lécenych nékterou z forem RRT - dialyza, transplan-
tace s funk&nim $t&pem) k 31.12.2009: v CR bylo léZeno celkem 61 déti. Z tohoto souboru
bylo 12 déti lé¢eno peritonedlni dialyzou (PD), 8 hemodialyzou (HD) a 41 déti po Gspéiné
transplantaci ledviny (Tx). Prevalence ESRD u déti v CR do 19 let byla tedy k 31.12.2009
30.6 pmarp.

Incidence novych pfipadd selhdni ledvin ve stadiu ESRD vyZadujicich RRT u déti do 19 let
(1,99 milionu) byla v CR v roce 2009 6,5 pmarp (per million age related population).

Tx ledviny byla v roce 2009 provedena u 7 déti, viechny od kadaveréznich ddrcd.
Prevalence ESRD u déti v CR vykazovala mezi roky 1999 az 2007 zvy3ujici se trend. V roce
1999 byla prevalence ESRD u déti do 18 let (v CR 2 miliony) ,jen” 19,5 pmarp, v roce 2003
dosahovala 25,2 pmarp, v roce 2007 37.2 pmarp. V dal3ich letech se ,ustdlila” na hodno-
tach kolem 31 pmarp (tab. &.1). V registru ERA-EDTA byla v r. 2005 prevalence ESRD u déti do
19 let 64,4 pmarp. V 1996 to bylo 57,4 pmarp a prevalence ESRD md v registru ERA-EDTA,
na rozdil od incidence vzristajici tendenci.

O vyssi prevalenci ESRD uvédéné ve Vyroéni zprévé ERA-EDTA lze spekulovat. Jednim z moz-
nych vysvétleni je tendence zafazovat do dialyzaéné-transplantaéniho programu v nékterych
evropskych zemich pacienty, ktefi by u nés z etickych divodi nebyli Ié&eni RRT. Souéasnd inci-
dence ESRD 6,5 pmarp v CR (nizkd incidence v pfedchozich letech vytvéii ,dluh” v prevalenci)
zatim neddvd Sanci vyrovnat se v dalsich letech i v prevalenci ESRD ostatnim evropskym zemim.

Zavér: Incidence ESRD v CR u déti do 19 let nedosahuje hodnot srovnatelnych s registrem
Evropské dialyzaéni a transplantaéni asociace (ERA-EDTA), kde jiz 10 let dosahuije stabilnich
hodnot 9,3-9,6 pmarp. Prevalence ESRD se po pfechodném vzestupu v r. 2007 (37,5 pmarp)
stabilizovala na hodnotdch kolem 31 pmarp. PD je nejéastéjsi prvni volba RRT u déti v CR.
Nékterd z forem RRT je dostupnd viem indikovanym détskym pacientdm s ESRD. Dialyza je
prostfedkem - [é¢ebnou metodou, kterd vede k cili - k Tx ledviny.

podpofeno MZOFNM2005/6906

E-mail autora: 8080@seznam.cz Tabulka é. 1 viz str. 77
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ANNUAL 2009 REPORT ON RENAL REPLACEMENT
THERAPY IN CHILDREN IN THE CZECH REPUBLIC

Vondrdk Karel'

Dolesel Z.2, Dugek J.!, Hladik M., Seeman T., Siménkové N., Starha J.2, Zaoral T.2, Zieg J.!
a Janda J!

" Dpt. of Pediatrics Univ. Hospital Prague-Motol; 2 2nd. Dpt. of Pediatrics, Univ. Hospital Brno;
® Dpt. of Pediatric ICU, Univ. Hospital Ostrava, Czech Republic.

2009 annual report on renal replacement therapy in children under19 years of age in the Czech Republic.

The aim of the annual report is to give medical (particularly pediatric) community data regarding
the renal replacement therapy and to analyze them.

On the annual report data collection participated all (3) Czech pediatric dialysis centers - Prague
(Dpt. of Pediatrics, University Hospital Motol), Brno (2nd Dpt. of Pediatrics, University Hospital
Brno) and Ostrava (Dpt. of Pediatric ICU, University Hospital Ostrava).

Results: 2009 incidence of chronic renal failure (CRF) in children in the Czech Republic (CZ): renal
replacement therapy has been commenced in 13 children (O-19 years). PD as a first choice in 10,
HD in 3 children. No pre-emptive transplantation has been introduced.

The prevalence (number of children surviving on any of RRT modality - dialysis or transplantation
with functional graft) referred to the 31.12.2008: altogether 61 children under 19 years were iden-
tified as having CRF. Of these 12 were on peritoneal dialysis (PD), 8 children on hemodialysis and
41 children after successful kidney transplantation (similar to 2008).

The 2009 incidence of ,new” pediatric patients under 19 years of age (population of 1,99 million)
suffering from ESRD was 6,5 pmarp (per million age related population) in the Czech Republic (CZ).
In 2009 7 children underwent kidney transplantation. In all 7 children from cadaver donor, no one
from living related donor.

The incidence of ESRD in the CZ did not reach the ERA-EDTA incidence data. The ERA-EDTA inciden-
ce of CRF has remained stabile (9,4-9,8 pmarp) for 10 years.

By the end of 2009 the prevalence of CRF in children under 19 years in the CZ was 30.6 pmarp
and remained stabile for two consecutive years. Nevertheless there is an increasing tendency over
the past years. In 1999 the prevalence of ESRD was ,only”19,5 pmarp, in 2004 26,5 pmarp, in
2007 exceptional 37,2, and recently 30.6 pmarp (tab. No.1).

The ERA-EDTA 2006 Annual Report reports the ESRD prevalence in children under 19 years 55,4
pmarp, in 1997 it was 59,3 pmarp and the prevalence remains stabile as well as the ERA-EDTA
incidence of ESRD as mentioned above.

One can speculate about the difference of the prevalence of ESRD in children in the CZ and ERA-
-EDTA Report. One of the possibilities could be a different attitude to the RRT initiation with respect to
the ethically questionable patients. Current CZ ESRD incidence 6,5 pmarp does not give the chance
to equilibrate Czech and ERA-EDTA data on the prevalence of ESRD.

Conclusion: the 2009 incidence of ESRD in children in the CZ (6,5 pmarp) is lower than that repor-
ted in ERA-EDTA Report. The prevalence of ESRD in the Czech pediatric population (30.6 pmarp)
remained stabile for two consecutive years. PD is the most common first choice modality of RRT in
children with ESRD in the CZ. RRT is a generally reasonable method for the children with ESRD in the

CZ. Dialysis is the modality to ensure successful kidney transplantation

Supported by the Grant MZOFNM2005/6906
Author’s e-mail: 8080@seznam.cz Table No. 1 page 77

-57-




26.A

TRANSPLANTACE LEDVIN U DETi V CESKE REPUBLICE
- STAV V ROCE 2010

Seeman Tomas
Burkert J.!, Dusek J., Janda J., Kiiz J.2, Moravek J.2, Simankové N., Spotenka J.3, Vondrdk K.,
Zeman L2, Zieg J.

Pediatrick& klinika UK 2. LF Praha a FN Motol, Praha
! Klinika kardiochirurgie FNM; 2 Klinika détské chirurgie FNM; ® Transplantaéni centrum FNM

Transplantace ledviny je lé¢ebnou metodou volby pro détské pacienty s chronickym selhénim
ledvin (CHSL) nebot déti po transplantaci maiji lep$i dlouhodobé preZiti i kvalitu Zivota nez déti
dialyzované, navic péée o transplantované déti je finanéné méné néroénd nez o dialyzované.
V CR byly zahéjeny transplantace ledvin u déti v roce 1977 v IKEM, od roku 1981 jsou prové-
dény ve Fakultni nemocnici Motol. V CR existuji 3 détskd dialyzaéni strediska (Praha - Motol,
Brno, Ostrava), transplantace ledvin u déti jsou provadény ve FN Motol, tedy pro déti z celé
CR. Do transplanta&niho programu jsou zafazovény prakticky viechny déti s CHSL.

Vysledky: od roku 1981 do 30. 6. 2010 bylo ve FN Motol provedeno celkem 218 transplan-
taci ledvin. Do roku 2000 byly provédény pouze transplantace ledvin od zemfelych ddrcd,
od roku 2001 jsou provédény i transplantace ledviny od Zijiciho pfibuzného darce (9 %
transplantaci). Preemptivni transplantace byla provedena u 5 déti. Pramérny vék prijemct byl
12.2 let (1.9 - 20.2). Primérnd doba od zafazeni na &ekaci listinu do doby transplantace je
6.1 mésich. Promérné preZiti pacientd od roku 1988 &ini po 5 letech 93 %, promérné 5leté
preziti transplantovanych ledvinnych §tépl je 73 %, coz jsou vysledky srovnatelné se zépado-
evropskymi a severoamerickymi centry.

K 31. 12. 2009 bylo v transplantaénim centru FNM sledovdno celkem 39 déti s funkénim
$tépem. Primérny sérovy kreatinin byl 102 pmol/l. Vétiina déti byla lé¢ena trojkombinaci
imunosupresiv kortikosteroidy (n=37), takrolimus (n=33) a mykofenolat mofetil (n=33), 8 déti
vZivalo sirolimus. Akutni rejekci prodélalo 27 % déti, pouze u 10 % déti se jednalo o kortiko-
-rezistentni akutni rejekci, 8 % prodélalo humordlni - protildtkami zprostfedkovanou rejekei.
Nejcastéj3i komplikaci po transplantaci jsou infekce, zejména mo&ové, a arteridlni hypertenze
(83 %). Primérné proteinurie byla 421 mg/m?/den (v&. 2 déti s rekurenci FSGS). V roce
2009 bylo provedeno 7 transplantaci, v leto$nim roce k 30. 6. 2010 dalsi 4 transplantace.

Zavér: transplantace ledviny se stala standardni lé¢bou chronického selhdni ledvin u déti,
vysledky transplantaci ledvin u déti v CR jsou pIné srovnatelné se zédpadoevropskymi nebo
severoamerickymi stty.

Podporovéno VZ MSMT ¢&. 21620819.

E-mail autora: tomas.seeman@Ifmotol.cuni.cz
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RENAL TRANSPLANTATION IN CHILDREN IN THE CZECH
REPUBLIC IN 2010

Seeman Tomas
Burkert J.!, Dusek J., Janda J., KFiz J.2, Mordvek J.2, Simdnkovd N., §patenka J.3, Vondrdk K.,
Zeman L2, Zieg J.

Dpt.of Paediatrics Prague, Univ. Hospital Motol, Prague;
' Dpt.of Cardiosurgery; 2 Dpt. of Paediatric Surgery; ° Transplantation Center

Renal transplantation is the method of choice for children with chronic renal failure. Paediatric
renal transplantation in the Czech Republic (CR) has been started in 1977 in Institute of Clinical
and Experimental Medicine (IKEM), the first paediatric renal transplantation in University Hos-
pital Motol has been performed in 1981 and since then paediatric renal transplantation are
performed in Prague - Motol for all children from CR and selected children from Slovakia.

Results: Until 30th June 2010 altogether 218 renal transplantations in children have been
performed in the University Hospital Motol (living related donors in 9 cases, since 2000). The
mean age of the recipients was 12.2 years (range 1.9 - 20.2). The mean waiting time on the
waiting list is 6.1 months. Since 1988 (introduction of cyclosporine) the 5-year patient survival
is 93% and graft survival 73%, i.e. results comparable with European or North-American pe-
diatric transplantation centres. At the end of 2009 altogether 39 children with renal graft were
followed-up at University Hospital Motol. The mean serum creatinine was 102 pmol/l. Most
children were on triple immunosuppressive therapy steroids (n=37), tacrolimus (n=33) and my-
cophenolate (n=33); sirolimus was used in 8 children. 27% of children had at least one acute
rejection episode (10% had steroid-resistant acute rejection). The most common complications
are infection (mainly urinary tract) and arterial hypertension (83%). The mean proteinuria was
421 mg/m?/day. In the year 2009 altogether 7 transplantation have been performed.

Conclusions: renal transplantation is the treatment of choice for children with end-stage renal
failure and the results of paediatric renal transplantation programme in the Czech Republic are
comparable with results from European and North American countries.

Author’s e-mail: tomas.seeman@Ifmotol.cuni.cz
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CASNE VYSAZENI KORTIKOIDU PO INDUKCI 2 DAVKAMI
DACLIZUMABU S TACROLIMEM A MMF VERSUS
TACROLIMUS, MMF A KORTIKOIDY: MEZINARODNI,
MUTLICENTRICKA STUDIE (TWIST) U DETi PO TX LEDVINY

Vondrdk Karel’
Grenda R.?2, Watson AR.?, Trompeter S.#, Dusek J.!, Seeman T.!, Simkova E., Ziegl.,
Janda J." jménem the European Multicentre Tacrolimus Study Group

! Pediatrickd klinika FN v Motole, Praha 5, CZ; 2 Children’s Memor. Health Institute, Varsava, Polsko;
® Children Kidney Unit, Nottingham City Hospital NHS Trust, Nottingham, Velkd Britanie;
4 Great Ormond Street Hospital, Londyn, Velkd Britanie

Uvod: cilem této émési¢ni randomizované studie bylo stanoveni dopadu ¢asného vysazeni
kortikoidd na ndsledny rist a zjisténi bezpeénosti a G&innosti u détskych pfijemcd ledvin.

Metoda: 196 pacienti bylo randomizovdno do dvou lé¢ebnych skupin: VK (vysazeni kor-
tikoid, n=98) a RS (referenéni skupina, n=98). Uvodni dévka TAC byla v obou skupinach
0.3 mg/kg/den rozdélend do 2 dil&ich davek (cilova Gdolni hladina TAC byla 10-20 ng/ml
do dne 21, poté 5-15 ng/ml) a vsichni pacienti dostédvali MMF (1200 mg/m?/den do dne 14,
poté 600 mg/m?/den). Daclizumab byl podévdn pouze u VK v den O a 14 (1mg/kg/den
i.v.). Obé skupiny dostali bolus kortikoidd (300-600 mg/m? i.v.) v Ease reperfuze. U VK sku-
piny byly kortikoidy sniZovany béhem 4 dni a od 5. dne byly kortikoidy vysazeny. U RS byly
kortikoidy postupné snizovény tak, aby po 43. dnu byla davka <10 mg/m2. Primdrnim cilem
studie byl rost mezi po&atkem a koncem studie vyjadieny jako zména smérodatné odchylky
(SDS).

Vysledky: 85/98 (86.7 %) VK a 84/98 (85.7 %) RS dokongilo émési¢ni studii. Davky TAC
a ddolni hladiny byly srovnatelné mezi skupinami a byly v poZadovaném rozmezi. Zména vy
ky v SDS byla vyznamné rozdilnd ve prospéch VK skupiny (0.17) vs RS (0.03), p=0.005. Ne-
byl signifikantni rozdil v poétu pacientd bez biopticky prokdzané akutni rejekce vyzadujici lé¢-
bu, 92.3 % VK vs 89.2 % RS. Pfezivani pacientd/$tépd (Kaplan-Meier) bylo 99.0 %/96.9 %
vs 100 %/96.9 %. Primérné GFR v 6. mésici u pacientd, ktefi dokondili studii byla u VK
skupiny 97.1 ml/min/1.73m2 vs 98.7 ml/min/1.73m2 u RS. Déti bez diabetu pfed Tx, které
potiebovaly antidiabetickou 1é&bu po >30 dni bylo ve skupiné VK 0/98 (0 %) vs RS 5/98
(5.4 %).

Zavér: Easné vysazeni kortikoidd u déti po Tx ledviny signifikantné zlep3uje rist po é mési-
cich bez zvyseni rizika akutni rejekce. Dalsi vyhodou je sniZeni vyskytu poruch metabolismu
glukézy.

Podpofeno vyzkumnym zémérem MZOFNM2005/6906
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EARLY STEROID WITHDRAWAL IN PEDIATRIC KIDNEY
RECIPIENTS AFTER TWO-DOSES OF DACLIZUMAB
INDUCTION, TACROLIMUS AND MMF VERSUS
TACROLIMUS, MMF AND STEROIDS (THE TWIST STUDY)

Vondrdk Karel’
Grenda R.2, Watson AR.%, Trompeter S., Dusek J.!, Seeman T, Simkovd E., Zieg J.,
Janda J." on behalf of the European Multicenter Tacrolimus Study Group

" Dept. of Pediatrics, University Hospital Motol, Prague, CZ; ? Children’s Memor. Health Institute,
Warsaw, Poland; * Children Kidney Unit, Nottingham City Hospital NHS Trust, Nottingham, Great Britain;
4 Great Ormond Street Hospital, London, Great Britain

Purpose: The objectives of this randomized é-month study were to investigate the impact of
early steroid withdrawal on subsequent growth and evaluate the safety and efficacy of steroid
withdrawal in children receiving a kidney transplant.

Method: 196 patients were randomized to two groups: SWG (Steroid withdrawal, n=98 and
RG (Reference group, n=98). Initial daily TAC dose was 0.15 mg/kg twice daily for both
groups. Target TAC trough levels were 10-20 ng/ml up to day 21 thereafter 5-15 ng/ml. All
patients received MMF (1200 mg/m2/day to day 14 then 600 mg/m2/day). Daclizumab
1 mg/kg IV was given only to SWG at day O and 14. Both treatment groups received 300-
600 mg/m2 IV bolus of steroids at reperfusion. In the SWG steroid dose was tapered down
over 4 days, no steroids were given from day 5 onwards. The RG tapered steroids to achieve
< 10 mg/m2 after day 43. Primary endpoint was growth expressed as change in height stan-
dard deviation score (SDS) from baseline to end of the study.

Results: 85/98 (86.7%) SWG and 84/98 (85.7%) RG patients completed é-month study.
TAC dosing and exposure were comparable across the groups and within the targeted win-
dow. Change in height SDS was significantly different and in favour of the SWG (0.17) vs RG
(0.03), p=0.005. The overall estimated rate of patients free from biopsy proven acute rejection
(BPAR) requiring treatment was not significantly different, 92.3% SWG vs 89.2% RG. Patient/
graft Kaplan-Meier survival estimates were 99.0%/96.9% vs 100%/96.9%. Mean GFR for
study completers at month 6 was 97.1 mL/min/1.73m2 SWG vs 98.7 mlL/min/1.73m2 RG.
Among patients not diabetic prior to transplant, 0/98 (0%) SWG vs 5/98 (5.4%) RG patients
required antidiabetic medication >30 consecutive days.

Conclusion: Early steroid withdrawal aids growth significantly after 6-months without increa-
sing the risk of acute rejection in children receiving a renal transplant. A further advantage is
a reduction in the incidence of impaired glucose metabolism.

Supported by MZOFNM2005/6906
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POLYCYSTICKA ONEMOCNENI LEDVIN - STAV REGISTRU
DETSKYCH PACIENTU V CR A DIAGNOSTICKE A LECEBNE
NOVINKY V ROCE 2010

Seeman Tomas
Blahovd K., Dudek J., Fencl F., Flogelové H.', Suldkové T.2, Skalovd S.3, Starha J.4,
Vondrék K., Zaoral T.?, Janda J.

Pediatrick& klinika FN Motol, Praha; ' Détské klinika FN Olomouc; ? Détskd klinika FN Ostrava;
3 Détskd klinika FN Hradec Kralové; 4 Il.détskd klinika FN Brno

Uvod: nejastéjsi dédiénou nefropatii s incidenci 1:500-1000 je autozomdlné dominantni polycys-
t6za ledvin (ADPKD), nejzdvaznéjsi je autozomdlIné recesivni polycystéza ledvin (ARPKD, 1:20-
40000). V poslednich letech je stale castéii i u déti diagnostikovan relativné novy syndrom rendlnich
cyst a diabetu (RCAD syndrom, mutace genu HNF1-beta). V roce 1992 byl vytvofen registr dét-
skych pacientd s polycystickymi onemocnénimi ledvin v CR. V registru jsou evidovany déti na zéklo-
dé& doporuéeni osettujicich 1ékafd, nejéastéji détskych nefrologl. Evidence pacientl zahrnuje ddaje
o rodinné anamnéze, klinickém stavu ditéte, sonografickém ndlezu, rendlnich funkcich, krevnim tlaku
a mocovych ndlezech. Cilem registru je zlepSeni diagnostiky a 1é&by téchto pacientl, zejména se
zaméFenim na hlavni lé¢itelné komplikace - hypertenzi a proteinurii.

Vysledky: k 31. 12. 2009 bylo v registru evidovano celkem 270 déti s ADPKD a 35 déti s ARPKD.
U v3ech déti s ADPKD byla glomerulérni filtrace az na 2 pfipady déti s velmi Easnou (prenatdlni
nebo novorozeneckou) formou manifestace onemocnéni v mezich normy. U vétiiny déti se viak
vyskytovaly |écitelné komplikace, zejména arteridlni hypertenze (1/3 déti), proteinurie (1/2 déti).
Byl zjistén vztah mezi sonomorfologickym postizenim ledvin (poctem cyst, velikosti ledvin) a krevnim
tlakem. Lé¢ba hypertenze nebo proteinurie ACE-inhibitory je u téchto pacientd efektivni a bezpeéna
v redukei TK i proteinurie. Vysledky molekuldrné-genetického vy3etieni u ¢ésti pacientd prokazaly,
Ze déti s mutacemi v genu PKD1 maiji pfi porovndni s détmi s mutacemi v genu PKD2 vétsi poclet
cyst, véiii ledviny a vys3i systolicky TK. V roce 2009 byly publikovany vysledky americké intervenéni
studie HALT PKD, které ukézaly, Ze véasnd a intenzifikovand antihypertenzni lé¢ba ACE-inhibitory
mozZe u déti s ADPKD zpomalit pokles funkce ledvin a ndrist masy levé komory srdeéni. V lof-
ském roce byla zménéna ultrazvukova diagnostickéd kritéria pro ADPKD u déti, k diagnéze ADPKD
u ditéte z rodiny s ADPKD bez znalosti typu mutovaného genu (PKD1 nebo PKD2) je zapottebi
piitomnost 3 nebo vice cyst v jedné ledviné.

Z 35 déti s ARPKD, které preZily novorozenecké obdobi, je 31 déti v souéasné dobé naZivu (pfiginy
omrti: respiraéni insuficience 1x, srde&ni selhdni 3x). 28 % je jiz dialyzovéno nebo Zije s transplan-
tovanou ledvinou. Hypertenze byla zji$t&€na u vice nez 90 % déti. U 14 z nich byla diagnéza potvr-
zena i molekuldrné geneticky (bud  nepfimou DNA diagnostikou nebo pfimou DNA diagnostikou
kauzélnich mutaci genu PKHD1 od r.2002). Byl odhalen vztah mezi typem mutace v genu PKHD1
a klinickym probéhem onemocnéni, genotyp md tedy prognostickou vypovédni hodnotu. Od roku
1994 je moznd prenatdlini diagnostika ARPKD metodami DNA diagnostiky (6 pfipadd v CR), DNA
analyza je provédénd stdle jen v zahraniéi. Terapie zaméfena na lé¢bu arteridlni a portdlini hyper-
tenze, chronického selhdni ledvin dialyzou a transplantaci.

Zavér: Viem zdjemcim o spolupréci na roziifovani registru piedem dékujeme (kontakini adresa
v z4hlavi), stejné jako kolegdm, ktefi jiz do registru své pacienty evidovali. O dalim vyvoiji registru
a novinkéch o polycystozdéch ledvin budeme pravidelné informovat.

E-mail: tomas.seeman@Ifmotol.cuni.cz
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POLYCYSTIC KIDNEY DISEASES - REPORT FROM THE
CZECH REGISTRY AND DIAGNOSTICS AND TREATMENT
NEWS IN 2010

Seeman Tomas
Blahovd K., Dusek J., Fencl F,, Flégelovd H.', Suldkovd T.2, Skdlovd S.3, Starha J.4,
Vondrdk K., Zaoral T.?, Janda J.

Dpt. of Paediatrics Prague, Univ. Hospital Motol; " Dpt. of Paediatrics Olomouc;
2 Dpt. of Paediatrics Ostrava; 3 Dpt. of Paediatrics Hradec Krdlové; 4 Dpt. of Paediatrics Brno

Introduction: The Czech registry of polycystic kidney diseases (PKD) in childhood has been es-
tablished in 1992 to improve the management of children with PKD. We report on the clinical

course of children with autosomal dominant and autosomal recessive polycystic kidney disease
(ADPKD and ARPKD), who have been reported to this registry.

Results: Until 31¢ December 2009 altogether 270 children with ADPKD and 35 children with
ARPKD have been reported to the registry.

ADPKD: In all but two cases glomerular filtration rate was normal (both children had very early
onset form of ADPKD). There has been substantial proportion of children who suffered from
treatable complication such as arterial hypertension (1/3 of children) or proteinuria (1/2 of
children). Treatment of hypertension or proteinuria with ACE-inhibitors is effective and safe in
these patients. A correlation between structural changes of the kidney (e.g. renal size or num-
ber of renal cysts) and blood pressure has been found. In a retrospective study we could find
that children with PKD1 have higher number of renal cysts, larger kidneys and higher systolic
blood pressure than children with PKD2.

In 2009, results of an interventional study from the USA (HALT PKD study) showed that early
and intensified antihypertensive therapy with ACE-inhibitors could slow the progression of the
decline of renal function and increase of left ventricular mass index. In the last year, new ul-
trasound diagnostic criteria for ADPKD in children have been published: in children without
known type of mutated gene (PKD1 or PKD2) at least 3 cysts in one kidney is required.
ARPKD: from 35 children who survived the neonatal period, 31 are alive (causes of death:
respiratory failure n=1, cardiac failure n=3). 28% of the children are already dialysed or trans-
planted.. DNA linkage analysis or direct mutational analysis of the PKHD1 gene is available
in 14 children (direct DNA analysis is feasible outside CR since 2002). A correlation between
the type of mutation and phenotype has been revealed. Prenatal DNA diagnosis is feasible
since 1994 and is strongly recommended (6 cases in CR). Treatment is focusing on the therapy
of arterial and portal hypertension and chronic renal failure by renal replacement therapy
(dialysis and transplantation).

We thank all referring colleagues and welcome all new children with PKD to be registered in
this registry.

Author’s e-mail: tomas.seeman@Ifmotol.cuni.cz
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PSEUDOHYPOALDOSTERONISMUS - KAZUISTIKA

Dolezalovda Sdrka
Langer J., Cirmanové V., Honzik T.
Klinika détského a dorostového lékaftstvi 1. LF UK a VFN Praha

Uvod: Pseudohypoaldosteronimus (PHA) piedstavuje heterogenni skupinu poruch metabo-
lismu elektrolytd charakterizovanou zddnlivou netéinnosti aldosteronu na tubulérni buiky
ledvin. Mezi laboratorni projevy patfi hyponatrémie, hyperkalémie, metabolickd acidéza. Pri-
mérni typ PHA se déle déli na typ | (rendlni typ, multiorgdnové postizeni typ |, Easné détské
hyperkalémie) a typ Il (Gordon0v syndrom, adolescentni hyperkalemicky syndrom). Sekundér-
ni PHA doprovdzi jind onemocnéni.

Cil: prezentujeme klinické a laboratorni nélezy u t.&. 2,5 letého chlapce s v.s. primarnim PHA
sdruZenym s vrozenou vadou pdtefe.

Vysledky: porod v 36. gestanim tydnu per SC, dvojée A, nekfiden, PH (3170g) i délka
(50cm) odpovidaly véku. Pro odmitani piti a vdhovy Gbytek na 2960 g byl hospitalizovany
ve véku 3 tydn0. Zji§téna vyznamndé hyponatrémie (119 mmol/l) a hyperkalémie (7.7 mmol/I)
pfi normoglykémii a dobrych parametrech acidobazické rovnovéhy. Extrémné vysokd byla
hladina aldosteronu (12337 ng/l). Hladiny hormond §titné Zlazy a 17 hydroxyprogesteronu
byly v normé. Rozvinula se polyurie (7-8ml/kg/hod) a pfi vyznamné hyperndtriurii byla nutné
masivni suplementace NaCl (aZz 11 mmol/kg/den). Neurologicky nélez byl v pofédku. Sono-
grafie CNS je bez patologického ndlezu. Sonografie nadledvin bez zndmek oboustranného
krvéceni. Vedlej$im nélezem u chlapce je vrozend vada patefe (viceéetné malformace obrat-
lovych t&l charakteru roz3tépl obratlovych t&l a &asteéné hypoplasie, kongenitdlni skoliosa).
Pro moznost vrozené hypoplazie nadledvin nejprve zahdjena substituéni terapie hydrokorti-
zonem a fludrokortizonem, které postupné vysazeny. Déle zvaZovdna moZnost cerebral salt
wasting syndromu, hladina brain natriuretic peptidu viak nebyla vyznamné zvy3ena. Potni test
a molekuldrné genetické vysetfeni vylouéil na 95 % diagnézu CF. Ve véku 2,5 let chlapec
prospivd, hladina ndtria je v normé pfi pozvolna se snizujici suplementaci solnymi kapslemi
(t.&. cca 0,6 mmol/kg/den), upravila se i hladina aldosteronu.

Zavér: Klinicky obraz i laboratorni nélezy vedou k podezieni na pseudohypoaldosteronismus
l. typu. Poédteni klinicky obraz nasvédéoval spise zdvaznéjsimu autosomdlné recesivnimu
typu PHA-l (SCNN gen pro ENaC). Dalsi pfiznivy probéh s mozZnosti snizovdni suplementace
svéd&i pro &astéjdi transitorni autosomdélné dominantni formu (MLR gen). Sekundarni pseu-
dohypoaldosteronismus pfi postizeni ledvin je méné pravdépodobny. Neprokazujeme uroin-
fekci, tubularni ani glomerulérni proteinurii, USG ledvin je v pofddku. Vrozend vada pétefe
dosud nebyla popséna v asociaci s pseudohypoaldosteronismem. Molekuldrné genetické
diagnostika neni v Ceské republice dostupnd.
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PSEUDOHYPOALDOSTERONISM - A CASE REPORT

Doleialova Sdrka
Langer J., Cirmanovd V., Honzik T.

Department of Paediatrics, General University Hospital and 1 st Faculty of Medicine, Charles University in Prague

Intruduction: Pseudohypoaldosteronism (PHA) is characterized by renal resitence to aldoste-
ron. Hyponatremia, hyperkalemia and metabolic acidosis are predominant laboratory fin-
dings. PHA type | and type Il are rare inherited disorders, secondary PHA is associeted with
urological problem and urinary tract infection.

Aim: We report clinical and laboratory findigs in 2,5 years old boy with primary PHA and
associated abnormality of backbone.

Results: 3 weeks old boy was admitted for poor feeding, vomiting and weight loss. Labo-
ratory investigations demonstrated hyponatremia (119 mmol/l), hyperkalemia (7.7 mmol/I),
normoglykemia, without acidosis. The level of aldosteron was very high (12337 ng/l),
17 hydroxyprogesteron was normal. He had extreme natriuria and polyuria. The salt and
water wasting resulted in urgency of high sodium suplementation (11 mmol NaCl/kg/den).
USG of urinary tract and adrenal glands was without pathological signs. Substitution of hydro-
cortisone and fludrocortison (due to suspicion of adrenal hypofunction) was gradually finished.
Boy is nowadays 2,5 yers old, he is in very good condition . He is treated with lowering sodi-
um supplementation (0,6 mmol NaCl/kg.den), levels of natrium, kalium and aldosteron were
normalized. He has accessory finding in X-ray picture of backbone (malformation of vertebral
column, congenital scoliosis).

Conclusion: Clinical and laboratory findings create suspicion of PHA type I. Favourable course
with possibility of lowering sodium supplementation shows evidence of transitory form PHA-I.
Secondary PHA associeted with affection of kidney is improbable. We didn 't confirm sig-
nificant bacteriuria, proteinuria, USG of urinary tract is normal. Congenital abnormality of
backbone associeted PHA hasn ‘'t been so far described.
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POLYMORFIZMUS TOLL-LIKE RECEPTORU 4 JE SPOJENY
SO ZVYSENYM RIZIKOM VZNIKU INFEKCIE MOCOVYCH
CIEST U DIEVCAT STARSICH AKO 2 ROKY

Janké Viktor!

Pozgayovad S.!, Podrackd L.?, Kovdcs L
V. detskd klinika, Lekdrska fakulta Univerzity Komenského, Bratislava
2. klinika deti a dorastu, Lekdrska fakulta Univerzity P. J. Saférika, Kosice

Vrodend imunita hrd centralnu Glohu vo vzniku infekcie mo&ovych ciest, napriek tomu zahrnuté
gény zostdvajl doteraz neznédme. Cielom 3tidie bolo overit hypotézu Ze TLR 4 mé centrdlne
postavenie vo vzniku infekcie mo&ovych ciest.

Pacienti a metddy. Vysetrili sme vyskyt polymorfizmu TLR 4 A(896)G u 63 deti vo veku do
2 rokov (34 dievéat, 29 chlapcov) a 50 nad 2 roky (43 dievéat, 7 chlapcov) s infekciou mo-
Covych ciest. Frekvencia vyskytu bola porovnévand s 230 zdravymi jedincami. Klinické ddaje
boli $tatisticky hodnotené.

Vysledky. Mikrobiologické vy3etrenie moéu dokdzalo v 95 pripadoch E.coli, 12 E. faecalis,
5 P. mirabilis a 1 Citrobacter. Koncentracia CRP (mg/I) bola 81,7 (median: 58) u deti do 2
rokov a 98,4 (median: 56,7) u deti nad 2 roky. Vyskyt polymorfizmu v celej skupine pacientov
s infekciou mocovych ciest sa statisticky neodlisil od kontrolnej skupiny. Pri¢om jeho vyskyt bol
signifikantne vy33i u pacientov nad 2 roky ako u deti do 2 rokov ( 50/11 vs. 63/4, p<0,03)
a v kontrolnej skupine (50/11 vs 218/17 p<0,041). Signifikantny vysledok u starsich deti je
désledkom zvy$eného zastipenia dieviat v tejto skupine. (p<0,001).

Zaver. Nade vysledky ukazuji Ze nositelstvo polymorfizmu TLR 4 A(896)G je spojené so
zmenenou schopnosfou reagovat na uropatogény u dievéat nad 2 roky. Predpokladdme, Ze
tento polymorfizmus s ostatnymi faktormi vrodenej imunity mé vplyv na fyziologickd ochranu
organizmu proti infekcidm mo&ovych ciest.

E-mail autora: janko@dfnsp.sk
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TOLL-LIKE RECEPTOR 4 POLYMORPHISM IS ASSOCIATED
WITH INCREASED RISK OF URINARY TRACT INFECTION
IN GIRLS ABOVE AGE 2

Janké Viktor!

Pozsgayovd S.', Podrackd .2, Kovdcs L.

' Department of Pediatrics, Comenius University Medical School, Bratislava, Slovakia
2 Department of Pediatrics, Saférik University Medical School, Kosice, Slovakia

Innate immunity and urinary tract response play a central role in the development of urinary
tract infection (UTI). Although several studies suggest a possible role for genetics in human UTI
susceptibility, the genes involved remain largely unknown. Innate immunity and urinary tract
response play a central role in the development of urinary tract infection (UTI). Although seve-
ral studies suggest a possible role for genetics in human UTI susceptibility, the genes involved
remain largely unknown.

The aim of the study was to test the hypothesis that toll-like receptor (TLR) 4, a key element of
innate defense mechanisms, is associated with susceptibility to UTls in children.

Patients and methods. We determined TLR4 A(896)G polymorphism by means of polymerase
chain reaction in 113 children treated for upper UTI. Of them, 63 aged < 2 years (34 girls, 29
boys) and 50 were > 2 years (43 girls, 7 boys). Allelic prevalence was compared with referen-
ce values of 230 healthy controls. Clinical data were also statistically evaluated.

Results. Urinary microbiological analyses have detected E. coli (95 cases), Enterococcus fae-
calis (12 cases), P. mirabilis (5 cases) and Citrobacter (1 patient). CRP values (in mg/l) did
not differ significantly between patients < 2 years (mean: 81,7, median: 58) and > 2 years
(mean: 93,4, median: 56,7). In the whole group of UTI patients, the prevalence of the TLR4
(896)AG genotype and TLR4 (896)G allele did not statistically differ from that in healthy
controls (98/15 and 218/17, p = 0,104). However, their prevalence was significantly higher
in patients > 2 years as compared to patients < 2 years (50/11 versus 63/4, p < 0.03) or to
the control group (50/11 versus 218/17, p < 0.041). The association with UTI was even more
significant in the older age group of patients (p< 0,001), partly because of significantly higher
proportion of girls in this subgroup.

Conclusion. Our findings demonstrate that carrier status of TLR4 (896)G is associated with
altered ability of girls > 2 years to respond to urinary pathogens. It is suggested, that this
polymorphism act in concert with other genetic changes or acquired factors to influence the
complex physiological defense against urinary tract infections.

Author’s e-mail: janko@dfnsp.sk
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UROLITHIAZA U DETI - RACIONALNI PRISTUP OCIMA
NEFROLOGA

Ryba Ludék

Détska nefrologickd ambulance, OrlickoUsteckd nemocnice a.s.

Autor uvadi zkudenosti s nefrolithiazou u déti v okresnim méfitku. Jako okresni détsky nefrolog
sleduje nyni 16 pacientd ve véku 0-19 let s diagnozami nefrolithiazy (11 osob) a/nebo nefro-
calcinozy (5 osob). Incidence se jevi vyssi, nez odpovidd literarnim Gdajim. Nejvy33i vyskyt
je u déti ve véku 13 -18 let (u 9 ze 16 pacientld byla lithidza dignostikovéna v tomto véku).
U 6 osob byl proveden rozbor konkrementu - 5x calcium oxaldt, 1x urdty. Hereditarni poru-
cha metabolizmu zji§téna u jednoho chlapce- hypomagnezemie. Nejéast&jsi zjisténou meta-
bolickou odchylkou byla hypercalciurie (zjisténo 10x), v 9 pfipadech korigovatelnd dpravou
stravovacich ndvykd (snizeny pfivod NaCl, zvySeny pfivod hofciku a tekutin). Dalimi meta-
bolickymi odchylkami byly hypocitrdturie (2x) a hyperoxalurie (1x). U Zddného z pacientd
se solidnim konkrementem nedoslo k prokdzané recidivé, metabolické parametry se u viech
lepsily - pokud dodrZovali stanoveny dietni a pitny reZim. Na vzniku urolithidzy u déti se podili
- predeviim u $kolnich dé&ti a u adolescentd- nevhodné stravovaci ndvyky (nedostatek tekutin,
nadmérny pfivod soli a jednoduchych cukri, pfipadné Zivo&isnych bilkovin).
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UROLITHIASIS IN THE PAEDIATRIC POPULATION - A RATIONAL
APPROACH FROM THE POINT OF VIEW OF A NEPHROLOGIST

Ryba Ludék

Nephrologic Ambulance, Hospital in Usti nad Orlici, Czech Republic

The author discusses his experience of nephrolithiasis in children as observed in his local re-
gion.

In his role as a regional paediatric nephrologist up to the end of the year 2009 he has been
following 16 patients aged between 0-19 years, who were diagnosed with nephrolithiasis,
(11 patients) and/or nephrocalcinosis (5 patients).

The incidence rate appeared to be higher than that reported in the medical literature.

The highest occurrence rate was detected in children aged 13-18 (9 out of 16 patients were
diagnosed with lithiasis within this age range).

An analysis of stones was conducted in 6 patients - 5 were found fo contain calcium oxalate,
one contained urates.

A hereditary malfunction of metabolism - hypomagnesia- was detected in one male patient.

The most frequently detected irregularity of metabolism was hypercalcuria (10 cases), in
9 cases correctable by adjustment of eating habits, (reduced intake of NaCl, increased intake
of magnesium and increased fluid intake).

Other metabolic irregularities were hypocitrateuria (two patients) and hyperoxaluria (one pa-
tient).
No patient with solid stones relapsed, and metabolic parameters improved in all cases provi-

ded they observed a recommended dietary and fluid intake.

The incidence of urolithiasis in children - especially school children and adolescents - may be
caused by inappropriate eating habits such as insufficient intake of fluids, higher than recom-
mended intake of salt, simple sugars and animal protein.
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WEGENEROVA GRANULOMATOZA - KAZUISTIKA

Suldkovad Tereza
Bosdkovd A.
Klinika détského lékaFstvi FN Ostrava a ZSF OU, Ostrava

Pozadi: Wegenerova granulomatéza (WG) je v détském véku vzdcnd systémovd nekrotizujici
granulomatosni vaskulitida. Postihuje pfedevsim horni a dolni cesty dychaci a &asto také led-
viny. Pfiznaky glomerulonefritidy v Gvodnim stéddiu byvaiji pfitomny jen asi v 1/5 pfipadl, ale
postupné se rozviji u vétsiny pacientd.

Pacienti a metody: Cirndctiletd divka si stéZovala v kvétnu 2007 na bolesti hlavy, epistaxi,
slabost a tachykardii. B€hem vy3etfeni byla zjidténa zdvaznd anémie (Hb 65 g/l), pro kterou
byla divka odesléna k vy3etfeni do spddové nemocnice. Zde byl prokézdn nedostatek Zele-
za, ale také zvysend hladina kreatininu (139 umol/l), mald smiSend mikroskopickd hematurie
a malé proteinurie (do 0,5g/d). Byla naméfena vy33i hodnota TK, kterd viak 24h monitorové-
nim TK (ABPM) nebyla potvrzena. Pro opakovanou anemizaci i pfes poddni transfuze erytro-
cytérni masy, pokraéujici zndmky nefritického syndromu a dal3i vzestup kreatininu (160umol/
) byla pacientka odesléna k provedeni rendlini biopsie na nasi kliniku. B&hem pfijeti bylo
zjidténo, ze pacientka pokaslavé. Rendlni biopsie prokédzala nekrotizujici glomerulonefritidu
se srpky a sklerotizaci (50% zachycenych glomeruld). PFi imunologickém vy3etfeni byla zjisté-
na pozitivni atypickd ANCA. HRCT plic prokdzalo bilaterdlné zvy3enou intersticialni kresbu,
linedrni prouzky a cetné drobné uzliky s nazna&enymi kavitacemi a polyp v maxilarnim sinu.
Nélez byl hodnocen jako zmény pfi WG. Na ABPM byla potvrzena zdvaznd denni i noéni
hypertenze bez nocniho poklesu TK. Byla zahdjena indukéni 6 mésiéni 1é¢ba pulzy Solu-
medrolu a Cyclophosphamidu a postupné nasazena dvoj- aZ &tyf- kombinace antihypertenziv.
Vzhledem k imunosupresivni terapii byla divka profylakticky zajiténa Biseptolem a pro reci-
divujici herpes simplex Herpesinem. V pribéhu indukéni [ééby doslo k poklesu kreatininu na
hodnoty okolo 110 umol/I, vymizela ANCA pozitivita, proteinurie z maximdlni hodnoty okolo
5g/den poklesla po 8 mé&sicich pod 1g/den. Po dosazeni remise (stabilizace rendlnich funkci)
byla pacientka prevedena na udrZzovaci lé¢bu (Prednison, Azathioprinem), ale v 5/2008
doslo k relapsu (vzestup kreatininu na 175), s nutnosti |é¢by cyclophosphamidem p.o. v dél-
ce 6 mésicd. Ndsledné pacientka prevedena na udrZzovaci 1é&bu mykofenoldt mofetilem, na
kterém je dosud bez relapsu. V 4/2010 prodélala divka mykotickou bronchitidu, chalazion
oénich vigek a perimandibulérni absces pfi devastaci chrupu. Béhem této komplikace doslo
k pfechodnému zhor3eni proteinurie aZ na 5g/den bez vzestupu hodnot kreatininu, kterd z0-
stévd mezi 105-120 umol/. V moéovém sedimentu pietrvavé malé mikroskopickd erytrocytu-
rie a mirnd proteinurie. Kontrolni HCRT plic v 4/2010 je bez patologického ndlezu. Pretrvévé
ANCA negativita.

Zavér: WG je zdvazné onemocnéni, v détském véku pomérné vzécné, u kterého mize do-
minovat postizeni ledvin i na poéatku onemocnéni . Lé&ba onemocnéni vyZzaduje multidiscipli-
ndrni tymovy pristup.

E-mail autora: terezie.sulakova@fnspo.cz
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WEGENER GRANULOMATOSIS (Case report)

Suldkovda Tereza
Bosdkovd A.

Department of Paediatrics, University Hospital Ostrava

Wegener granulomatosis (WG) is a necrotizing granulomatous vasculitis that is very rarely
observed in children. WG affects the upper and lower respiratory tract and kidneys. Symptoms
of glomerulonephritis are present in 1/5 of patients at the beginning of the disease, however
they can developed in the course of the illness.

The 14-year-old girl had the first complaints (headache, epistaxes, weakness and tachycar-
dia) in May 2007. Severe anaemia (Hb 65 g/l) was found and the girl was admitted to
a regional paediatric department. Iron deficit, but also higher levels of creatinine (139 umol/I),
microscopic hematuria and proteinuria (0.5g/day) were found during the following laboratory
investigations. The office blood pressure was high, but a 24-hour ambulatory blood pressure
monitoring (ABPM) was normal. Despite of blood transfusion, the anaemia and also nephritic
syndrome (creatinine 160umol/l) progressed and the girl was referred to our department for
renal biopsy. On admission we noticed that the patient had a slight cough. The renal biopsy
showed necrotizing glomerulonephritis with crescents and sclerosis (50% of glomeruli). Im-
munological investigation established an atypical ANCA positivity. High resolution compu-
ter tomography (HRCT) of lungs displayed multiple pulmonary nodules with cavitations and
a maxillary polyp. The finding proved the diagnosis of WG. Severe day and night hypertensi-
ons with non-dipping were found on ABPM. We initiated a é-month induction immunosuppres-
sive (Methylprednisolon and Cyclophosphamide iv.) treatment and antihypertensive therapy.
The patient was also treated with Trimethoprim-sulfamethoxazole and Herpesin, in order to
prevent P. carinii and herpes simplex infections. During the induction therapy, the creatinine
level decreased (110 umol/l) and ANCA positivity disappeared. Proteinuria decreased from
5g/day to a level of less than 1g/day. When the remission was achieved, the girl was swit-
ched to maintenance immunosuppressive therapy with Prednison and Azathioprin. However,
a recurrence of the disease (creatinine 175 umol/l) occurred in May 2008. The therapy with
azothioprin was switched to a 6-month course of cyclophosphamide p.o. and then later on
to mycophenolat mofetil. At present, the disease has been under control on the therapy with
mycofenolat mofetil. Nevertheless, in April 2010, the patient underwent a mycotic bronchi-
tis, chalazion of eyelids and perimandibular abscess due to caries. The complications led to
a short and transient worsening of proteinuria (5g/day), but benign microscopic hematuria
and the creatinine levels remained stable (105-120 umol/). The control lung HRCT showed
a normal finding. ANCA negativity has persisted.

Conclusion: WG is a severe disease that is rarely observed in childhood. The kidneys can be
affected from the beginning of the disease. The therapeutic strategy requires a multidisciplinary
team approach.

Author’s e-maiil: terezie.sulakova@fnspo.cz
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AKUTNI SELHANI LEDVIN U CHLAPCE S CHRONICKYM
KASLEM - GOODPASTUREUV PULMORENALNI SYNDROM

Zieg Jakub
Dusek J., Blazek D., Pavlicek P., Siménkové N., Seeman T., Vondrék K., Janda J.
Pediatrick& klinika 2. LF UK a FN Motol, Praha

17lety chlapec s roéni anamnézou protrahovaného kasle s expektoraci, opakované lé&eny
perordInimi antibiotiky, byl vzhledem ke zhorseni stavu - dudnost, bolesti hlavy a Gnavu - pfijat
do spadové nemocnice k vysetieni. Pacient byl afebrilni, TK 119/69 mmHg, patrné dyspnoe
s tachypnoi, tachykardii. Ve vstupnich odbérech zji§téna tézké mikrocytdrni anemie s Hgb
379/, urea 17mmol/I, kreatinin 362 pmol/|, v mo&i makroskopické hematurie bez pfitomnosti
srpkd, nefrotickd proteinurie. Na RTG plic popsdna oboustranné splyvaijici alveoldrni infiltrace
s maximem perihilozn& bazalné. Chlapec byl zavisly na kysliku, pro progresi respiraéni insu-
ficience byl prelozen na nase pracovisté. Po pfijeti potvrzena pretrvévaijici anemie a hypera-
zotemie. Opakované podéna erymasa a pro progreduijici respiraéni insuficienci pacient pre-
loZen na Kliniku anesteziologie a resuscitace. Byla zahdjena uméld plicni ventilace, obé&hové
podpora inotropiky. Vzhledem k dal3i progresi rendlni insuficience a minimélIni diuréze zahé-
jena kontinudlIni venovenozni hemodialyza. V imunologickém vy3etfeni zjidtény zvysené titry
protilatek proti bazdlni membréné (antiGBM) svédcici pro Goodpastureovu nemoc, ANCA
protilatky byly negativni, zjisténa aktivace komplementu- C3 0.53, C4 0.13g/I. Zahdjena 1é&-
ba metylprednisolonem (MP), cyklofosfamidem (CP)a plazmaferézami (PP). CP jsme podali
v 6 pulzech béhem 3 mésicl, PP jsme provddéli denné po dobu 14 dni, kortikoidy pacient
vZival po dobu 6 mésici s postupnym sniZovanim ddavky. Na stavaijici terapii doslo 5. den
k vymizeni titru antiGBM, provedend rendlni biopsie ukazala nekrotizujici glomerulonefritidu
s 30 % zastoupenim srpkd a typickou linedrni imunofluorescenci IgG a IgA v bazdélni mem-
brané. Sest mésict od manifestace nemoci byla ukonéena imunosupresivni lé&ba, po dalsich
6 mésicich je pacientd zdravotni stav uspokojivy, funkce ledvin se postupné zlep3ovala, nyni
je v normé, clearence kreatininu dle Schwarze 100ml/min/1.73m?, hladiny C3, C4 slozky
komplementu se znormalizovaly, v mo&i pretrvavé ndlez lehké proteinurie, Pacient uzivé troj-
kombinaci antihypertenziv, anti-GBM protilatky jsou jiZ trvale negativni.

Zavér: Goodpasturedv syndrom je u déti a dorostu vzdcny, pred cca 20 lety bez lé&by
plazmaferézou a masivni imunosupresivni [é¢bou byla mortalita vys$3i nez 90 %, oviem i dnes
pres tuto kombinovanou lé¢bu zistavd stéle vysokd- 30 - 40 %. Prognéza plicniho postizeni je
vyznamné lep3i nez postizeni ledvin, u fady pacientd rendlni léze progreduje a konéi chronic-
kym selhénim ledvin. Casny za&atek lé&by dévd anci na dlouhodobou pfiznivou prognézu.
Pacienty, ktefi pfezili akutni fézi onemocnéni, je proto tfeba dlouhodobé sledovat.
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ACUTE RENAL FAILURE IN A BOY WITH CHRONIC
COUGH- GOODPASTURE SYNDROME

Zieg Jakub
Dusek J., Blazek D., Pavlicek P, Simdnkové N., Seeman T, Vondrdk K., Janda J.
Dptm.of Pediatrics, University Hospital Prague- Motol

A 17 year-old boy with one year history of wet cough repeatedly treated with peroral antibio-
tics was admitted to the local hospital because of significant dyspnoe, headache and tiredness.
At admission the patient was afebrile, blood pressure 119/69 mm Hg, tachypnoe, dyspnoe
and tachycardia. Laboratory examination showed extremely severe anemia- HGB 37 g/I!l,
serum urea 17 mmol/l and creatinine 362 umol/I. Urinalysis revealed macroscopic hematuria
and nephrotic proteinuria. Chest X ray showed bilateral coalescent alveolar infiltration. The
patient was oxygen dependentand due to progression of respiratory insufficiency he was refer-
red to our hospital. Our own examiantion confirmed persisting anemia and renal insufficiency
and the patient immediately landed inn central iontensive care unit on apparative ventilation
and circulatory inotropic support. Due to further progression of renal insufficiency and minimal
diuresis continuous venovenous hemodialysis was introduced. We found positive titre of antibo-
dies against basal membrane (anti GBM) confirming the diagnose of Good Pasture disease,
ANCA antibodies were negative, decreased complement levels were apparent C3 0.53 g/,
C4 0.13 g/I. We started the treatment with parenteral corticosteroids- methyprednisolon (MP),
cyclophosphamide (CP) and plasma exchanges (PE). CP was administered six times in the
3 months period parenterally, PP was performed daily for the first 14 days, corticosteroids
were administered for 6 months with gradual tapering. This treatment resulted in anti-GBM ne-
gativity within 5 days. Renal biopsy showed necrotising glomerulonephritis with 30% crescents
and typical linear basement membrane IgG, IgA positivity. Six months after the manifestation
of the disease immunosupressive treatment was terminated, after another six months our pa-
tient “s health condition is satisfactory, kidney function has improved and is normal (glomeru-
lar filtration rate (Schwartz) is 100ml/min/1.73m?). Also complement and anti-GBM levels
normalized, only slight proteinuria persisted. Nevertheless, the patient needs combination of
3 antihypertensives to correct hypertension.

Conclusion: Goodpasture syndrom in children and adolescents is a rare disease. Still 20 years
ago, the mortality rate was higher than 90%. However, even today meets still 30-40%. The
outcome of pulmonary involvement is significantly better than that of kidney. In many cases
there is a progression to end-stage kidney disease. Early treatment brings a chance of more
favourable outcome. Patients surviving the acute phase need a long term follow up, in our case
report the prognosis is dependent on the further course of renal damage.
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OSETROVATELSKA PECE U DETi S ONEMOCNENIM LEDVIN
A MOCOVYCH CEST

Hladilkovd Lenka

Pinkasovd L.

Fakultni nemocnice Hradec Krélové, Détska klinika, Oddéleni vétiich déti II. patro

Na nadem oddéleni jsou hospitalizovani pacienti nové diagnostikovani i dlouhodobé sledova-
ni nefrologickou poradnou na3i kliniky. Béhem pobytu provddime fadu vy3etfovacich metod,
vzdy na zdkladé rozhodnuti nefrologa.

V prvni fadé jsou to KREVNI ODBERY, ndsleduje VYSETRENI MOCE, UZ VYSETROVACI
METODY, RTG VYSETROVACI METODY, RADIOIZOTOPOVE METODY a jako posledni je
ordinovdana BIOPSIE LEDVIN.

Nejcastéj$i onemocnéni ledvin, se kterym jsou déti na nase oddéleni pfijimdny, je akutni pye-
lonefritida. Léba spoéivd v poddavéni ATB - formou perordlni i intravenozni. V pribéhu hos-
pitalizace jsou nutné odbéry krve, opakované vysetieni moce a ultrazvukové vysetieni ledvin.
V pfipadé nejasnych ndlezd se dopliiuji dal3i rentgenova ¢&i radioizotopovd vysetteni.

V mnoha pfipadech ledvinového onemocnéni, jako je nefroticky syndrom a glomerulonefriti-
dy, je nuiné poddavdni kortikoidd - formou perordlni i intravenozni.

Lé¢ba v mnoha pfipadech dlouhodobd, proto se snazime rodi¢e i pacienta zapoijit do osetfo-
vatelského procesu . Rodi¢dm je nutné vysvétlovat mozné vedlejsi Géinky pfi podévani kortikoi-
di. Nesmime opomenout ani psychickou strénku ditéte. Konzultujeme s nemocnym pfipadné
dotazy ohledné jeho onemocnéni pfiméfené jeho véku.

Casto tato onemocnéni provdzi dité aZz do dospélosti. Dbédme na podévdni dostateénych
informaci o dennim rezimu ditéte celé rodiné. Dilezitym faktorem je spoluprdce celé rodiny.
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ULOHA SESTRY PRI ODBERU MOCI U MALYCH DETi
S UROINFEKCI

Korbeldrovd Jana
Supové $.2, Stiborové 1., Krdkorové V.2, Camprovd P!, Baldikova E.!, Kolsky A.?2
! Pediatrickd klinika FTN 1. LF UK, Praha 4; 2 Klinika déti a dorostu FNKV 3.LF UK, Praha 10

Infekce mocovych cest (IMC) jsou po respiracnich onemocnénich druhou nejéastéjsi infekci
v pediatrii. IMC u déti vétiinou zpUsobuji enterobakterie, z toho kmeny E.coli asi v 70-80 %
piipadd. V kojeneckém a batolecim véku se z IMC vyskytuje zejména pyelonefritida. Diagnéza
IMC je zaloZena zejména na prikazu vyznamné bakteriurie. Signifikantni bakteriurii pfi spontdn-
né vymocené modi se rozumi 100 000 a vice patogent v 1ml moéi (105 a vice). Prikaz leuko-
cytd v modi (leukocyturie) nepatfi mezi klasickd diagnostickd kriteria a mé jen pomocny vyznam.
Ostatné leukocyturie se mdZe vyskytnout i u jinych chorob. Proto pouhé vysetfeni mo&ového
sedimentu samo o sobé k diagnéze IMC nestaéi. Rozhodujici pro sprévné stanoveni diagnézy
IMC je F&dny odbér moéi - jak pro mikrobiologické vy3etieni, tak pro biochemické vysetfeni viet-
n& mocového sedimentu. Odbér moéi musi byt proveden pfed zahdjenim antibiotické terapie.
Nutnou zésadou po odbéru je véasné doddni moéi ke zpracovdni do laboratofe. PFi pozdnim
zpracovani modi je zvysené riziko bakteridlniho rostu a tim i faledné pozitivniho kultivaéniho ndle-
zu. Mo je tfeba zpracovat do 2 hodin po odbéru. Neni-li tato moznost, je pro mikrobiologické
vydetieni mozny odbér modi na transportni pidy (dip-slide ptdy), pfipadné uschovani zkumavky
v lednici pfi teploté 4 OC. Pro biochemické vysetfeni moéi je rovnéz nutné véasné zpracovdni,
protoZe stédnim moéi hrozi rozpad mocovych elementd. V praxi u malych déti, zejména u batolat,
je odbér moé& mnohdy problém. V bézné praxi je standardni metodou odbéru moéi metoda
sttedniho proudu. Z nasich zku3enosti je nejlépe provést odbér modi ihned po piti & spdnku
u ditéte, které matka vezme do néruéi zédy k sobé. Dité drZi za stehynka s abdukovanymi dolnimi
konéetinami, které jsou flektovdny v ky¢lich. Druhé osoba chytd moé& do sterilni zkumavky. P¥i
tomto postupu se dité zpravidla do 10 minut vymodi. Nemdme dobré zku3enosti s tzv. Peresovym
hmatem (pFejizdéni prsty paraverterbrdlné v dolni hrudni a bederni krajing). Zevni Usti uretry
omyvdme pouze vodou, dezinfekci neuzivame. | malé mnozstvi dezinfekéniho prostiedku mize
sterilizovat mo&. Nalepovaci sbérné saéky i po fédném o&isténi perinea a odstranéni saéku ihned
po mikci jsou velmi nespolehlivé. AZ 85 % pozitivnich bakteridlnich nélezd ze sbérnych sacko
predstavuje kontaminacil Pouze pfi negativnim vysledku moéi ziskané sbérnym sdckem miozeme
fici, ze dité nemd bakteriurii. Pfi pozitivnim kultivaénim ndlezu neméme jistotu, jedné-li se o mo-
ovou infekei &i o kontaminaci flérou genitalu. Vysledek odbéru ze sd&ku je ovlivnén téz dobou
prilepeni. Odbéry mog&i cévkou &i suprapubickou punkci jsou vyhrazeny pouze pro indikované
pfipady, zejména pfi divodném podezfeni z akutni pyelonefritidy. Nelze pominout mozné riziko
zavle&eni infekce do mo&ového méchyfe a pfipadné i moznost poranéni uretry, coz mize byt
zejména u chlapcl. Souddsti prdce sestry je téZ edukace rodi€d déti s IMC, ktefi budou provadét
odbéry doma. Spravnym odbérem zabrdanime fale$né pozitivnim nélezim. Tim miZeme zabranit
zbytedné 1é¢bé antibiotiky a moZnému nadbyteénému vysetfovani ditéte. Nasi snahou je brzké
ziskdni vzorku moéi, nebof véasné zahdjeni [é&by zlep3uje prognédzu ditéte s IMC kontakt.

E-mail autora: jana.korbelarova@fin.cz
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OSETROVATELSKA PECE U DIiTETE S BIOPSIi LEDVIN

Vlékovd Nadézda

Raskovad |.

Fakultni nemocnice, Hradec Krdlové, Détskd klinika, Oddéleni vétsich déti Il. patro

Ledviny jsou jednim z nejdilezit&jSich orgdnl umozZfiujicich udrzovat homeostdzu vnitfniho
prostfedi. Biopsie ledvin je dileZitou vysetfovaci metodou, kterd &asto upfesni diagndzu jejich
onemocnéni. Na oddéleni vétiich déti probih& asi 10 biopsii roéné.

Cilem sdé&leni proto je popsat odetfovatelskou pééi u pacienta souvisejici s timto vykonem. Uko-
lem sestry pred vykonem je zjistit sesterskou anamnézu, provést zékladni fyzikdlni vysetfeni
a naordinovand vysetieni ledvin. Pfi biopsii pak zaji$tuje sestra team pro provedeni Gkonu, pfi-
pravuje a poudi pacienta, pfipravuje pomuicky, asistuje pfi vykonu a zajisfuje péci po vykonu.
Ddle musi zaijistit pfepravu bioptického materidlu k histologickému vy3etfeni. Cilem je tedy zis-
kat biopticky materiél a eliminovat komplikace (pfedevsim zaneseni infekce, nespolupracujici
pacient a krvéceni).

Osetfovatelskd péce se lisi také podle toho, je-li vykon v narkéze nebo pouze v lokdlnim
znecitlivéni. Je nutné pacienta pfedem upozornit, Ze se po vykonu v narkéze probudi na jiném
oddéleni. Sestra je sou&dsti teamu, ktery ddle tvofi lékafi specialisté na nefrologii, rentgenolo-
gii a event. anesteziologii. V péé&i o pacienta jsou dilezité oSetfovatelské diagndzy.

V prvnim pololeti tohoto roku probéhlo toto vy3etieni zatim u 10 pacientd ve véku 4 az 19 let.
U viech déti v tomto roce, stejné jako v minulych letech, probé&hl vykon bez komplikaci
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CHRONICKY DIALYZACNi PROGRAM U DETI
V CESKE REPUBLICE V ROCE 2009

Vondrdk Karel

25.B

ANNUAL 2009 REPORT ON RENAL REPLACEMENT
THERAPY IN CHILDREN IN THE CZECH REPUBLIC

Vondrdk Karel

ESRD prevalence in children in the CZ (pmarp)
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