A" MAIAIATPIKH KAINIKH A.N.0.
F.N.©. «INMMNOKPATEIO»
AIEYOYNTHE: Kabny. ®.

nai

4 NANAXPHETOY
IAIATPIKH ETAIPEIA BOPEIOY EANAAOX

EvnuepwTIKA
Hpepida

[T0S0KVTTAPOTIAOELEC: VEEC OPOAOYLEG

Yl YVWGTOUC (PALVOTUTIOVC

Mpivtl{a NikoAéTa
Entikovpn Kadnyntpia Nasiatpikng-ladiatpikng Ne@poAoylog

A’ MMoadratpikn) KAwvikn AIL.O

L 114




Normal Glomerular Capillary

basement
membrane

REE
mesangial cell
mesangial matrix

OL TOSOKUTTUAPOTIADELEC ATTOTEAOVV TNV
T(LO CUYVT] QLTI OTIELPANATOTAOELNC



http://www.uncnephropathology.org/jennette/ch1.htm
http://www.uncnephropathology.org/jennette/ch1.htm
https://www.google.gr/imgres?imgurl=http://www.opportunitystudies.org/wp-content/uploads/2012/10/magnifying-glass.png&imgrefurl=http://www.opportunitystudies.org/leveraging/tools/building-leverage/&docid=Qmk9RngRggqENM&tbnid=UxLzod9385uNXM:&vet=1&w=279&h=296&bih=622&biw=1366
https://www.google.gr/imgres?imgurl=http://www.opportunitystudies.org/wp-content/uploads/2012/10/magnifying-glass.png&imgrefurl=http://www.opportunitystudies.org/leveraging/tools/building-leverage/&docid=Qmk9RngRggqENM&tbnid=UxLzod9385uNXM:&vet=1&w=279&h=296&bih=622&biw=1366

e

TeAlkwg Staopomomuevo emONALaKO KUTTAPO

o PUOULOT NG EKAEKTIKIG OTIELPALATIKG SLATTEPATOTNTAG

[IpwTtoyevng Todoeldng
TPOoEKSOAN

AgvuTtepoyevelg

T0S0ELSE(G TTIPOTEKPOAES

ZXLOHOELOEG

8 4
OUPBWTO Baowk) N lafpp@yua
evéotnALo uepBpdom [ . —

ik

™~



https://www.google.gr/url?sa=i&rct=j&q=&esrc=s&source=images&cd=&ved=0ahUKEwi_1_aSnPPQAhVFVywKHdkWApgQjRwIBw&url=https://www.studyblue.com/notes/note/n/urinary-system/deck/8385021&psig=AFQjCNGxj-DQD3mRBvodr9J_uFE69aZ9wQ&ust=1481788932442116
https://www.google.gr/url?sa=i&rct=j&q=&esrc=s&source=images&cd=&ved=0ahUKEwi_1_aSnPPQAhVFVywKHdkWApgQjRwIBw&url=https://www.studyblue.com/notes/note/n/urinary-system/deck/8385021&psig=AFQjCNGxj-DQD3mRBvodr9J_uFE69aZ9wQ&ust=1481788932442116

/ Genes and podocytes — new insights into mechanisms of
podocytopathy

Frontiers in Endocrinology 2015
Agnieszka Bierzynska', Katrina Soderquest® and Ania Koziell**
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Histologic patterns and steroid responsiveness
in diseases causing nephrotic syndrome

Steroid responsive Minimal change disease

Mesangial
hypercellularity
IgM

Focal segmental
glomerulosclerosis

K Elsavieritems and derived items @ 2007 by Mosby, Inc., an affiliate of Elsevier Inc.
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Emtimtwon
- 7-15/100.000 toudid/€tog

EmumoAaopog
- 16/100.000 taSix

- Ayopla/kopitowa: 2.5 /1
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Syndrome in Children." Indian J
Med Res 122 (2005): 13-28.

Bagga, Arvind, et al. "Nephrotic
Print.

*M£yLoTH) EMMTWOT 2-3 ETWV
*80% TV MEPITMTTWOEWV KATW ATIO TNV NALKIX TWV 6 ETWV

Minimal Change Disease

K Clin JAm Soc Nephral /
Marina Vivarelli,* Laura Massella,* Barbara Ruggiero,! and Francesco Emma*
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Depameiog
'Eykotpn Stayvwon
KENZ kol vtotpoTmwy
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'Eykatpn Styvwon
KENZ kol vtotpoTmwy
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Apykn) dtdyvwon

Edema Proteinuria

¢ Odnua
* [pwTteivovpla

* YmepyoAnote-
poAaipia ,\/

Hypoalbuminemia
Hyperlipidemia
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Ospameia
4 PAPUAKEVTIKOC TTAPAYOVTAG Adon )
XTEPOELD
[pedvilovn 60 mg/m? ylax 4-6 €f3
K 40 mg/m2 WTLU Y1 4-6 8[3)
00 Na330 / \
5 o *78% aMAVTA GTLG
£ eop 2 eBSopadec
£ af *90% OMAVTH GTIC
4
e 3 efoonadeg

Week During Which Response Occurred K /
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[ Yrotpomég ]

/-<20% OXL VTTOTPOT

*10-20 % apoLEG VTIOTPOTEC
* 40-60% OUXVEC UTIOTPOTIEC

\_

/

Vivarelly M et al. ] Pediatr 2010

Gulati A et al Clin ] Am Soc Nephrol 2011

Hodson EM et al. Cochrane Database Syst Rev 2010
Hiroaka M et al. Am ] Kidney Dis 2003

25.8%

5.9% '6.9%
.:::f ™

v

O No relapses
miInfrequent relapses
@ Frequentrelapses
Steroid dependence

n. W Lateresistance

30.5%




Yrotpomég ]
/°Avuotp6<pwg aQVaAOYyQ HE TNV nluci(x\
Evaping oxetilovtac:
* 0 aplOUOC TOV VTTOTPOTIWV
- /

Comprehensive Clinical Nephrology, 4" edition

/
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[ Yrotpomég ]
KMsiw(n] KLVSUVOL VTTOTPOTIWV \

*XpOvoG amavtnong (< 7 NUEPEG)

*Apxikn Bepameia 3-6 UNVWV vs 2 UNVWV

*Apxkn Bepameia 6 UNVWV vs 3 UNMVWV LELWVEL TWV
Kivéuvo vrtotpomwv (36% vs 61%)

*TovAayioTov 3 pnveg To apyko oxnpa (1B)
Q’lporsivstal 6 UMMVEC TO APXLKO CXTIX /

Vivarelly M et al. ] Pediatr 2010
Gulati A et al Clin ] Am Soc Nephrol 2011
Hodson EM et al. Cochrane Database Syst Rev 2010

k Hiroaka M et al. Am ] Kidney Dis 2003 /
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Oepanela YTOTPOT®WV

[ Yrotpomég ]

Y& AOLUWEEIC TOV QVATIVEVOGTIKOU 1) OF (AAEC

et AOLUWEELG TIPOTELVETAL TO TP’ MNMUEPQA CGYIMO

%@@\ KOPTWOVNC VA YIVETAL KOONUEPLVO WOTE VA
 pewBel 0 KivBUVOC TWV VTIOTPOTIWV

Vivarelly M et al. ] Pediatr 2010
Gulati A et al Clin ] Am Soc Nephrol 2011
Hodson EM et al. Cochrane Database Syst Rev 2010

Chapter 3: Steroid-sensitive nephrotic syndrome in children
Kidney International Supplements (2012)
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[ Awdpkerx voaov ]

{-Malcpoxp(')vux v@eon o€ 10 £€Tn: 84% }

‘H Suwapkela TNG VOOOU OYETI(ETAL AVTLOTPOP®WC
QVAAOYQ LE TNV NAIKLX EVOPENC :
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EmumAokéc Nooov

o Aopwielc (str pneum, e.coli) -meprrovitida
-onym
-KuTTOapitda

* OpopBoeupoirec (1,8-5%) -KNX
-veppol
-TIVEVLOVEG
-KATW AKpa

* YToOupeoeldLopnog
e XaunAn Vit D, vitaofBeotiapia
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EmumtAokég Nooov

o Aopwielc (str pneum, e.coli) -meprrovitida

-onym
-KuTTOapitda

Major infections in children with nephrotic syndrome
Krishnan C., Rajesh T. V., Shashidhara H. J., Jayakrishnan M. P., Geeta M. G.

K 246 adia pe NX, 48(19.6%) pelloveg AOLLWEELS \
e 13 (27%) peiCoveg Aopwelg oto 1 emelcodio

* 35(73%) o€ vTOTPOTIEG

e [lvevpovia: 41.7%
« OYPA:25%

o InYoaiuia:16.7%

* [leprrovitidoa:8.3%
* Kuttapitida:4.2%

K e Amootiuata :2.1% /
o /
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EmumtAokég Nooov

o Aopwielc (str pneum, e.coli) -meprrovitida

-onym
-KuTTOapitda
e )

[IpoSiaBeoikol mapdyovteg yia tepLtovitida: aokitng,
UTIOAEVKWUOTLVOLILIX, AOVOGOAOYLKEG OTY

-
/

[IpOANYM-AVTIHETWTILON

AN

*KAwvikn) ektipunon yla onpela Kol CUUTITOUATA AOLUWENG
*AgV CUVIOTATOL TTPOPUAAKTLIKN BEpaTelat UE TIEVIKIAALVY
*EpBoAlacpog EvavTL TVEVUOVIOKOKKOU

\ /
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EmumtAokég Nooov

* OpopPoepPoireg (1,8-5%)-KNX  mmp B A/
-veppol moSua pe KENX

-TIVEVLOVEG

*[ToAvTtapayOVTIKY): ATTWAELX AVACTAATWYV TNG SNULovpylag
OpouBwv, vto-oykatpia, STY TG AELTOVPY NG TWV ALUOTIETAALWY

/°l'lp(’))\m|m -AVTIHETWOTILON \

*Avalntnon aAAwv 0pouPo@IAIK®WVY KATACTACEWY

*[IpoANYm VTTO-OYKALUIAG KATA TIG UTIOTPOTIEG

*Kivntomoinon o€ meplddoug evepyotnTag Tov NX

*XpN o1 TTPOPUAAKTIKA AVTITNKTIKWV TTHPAYOVTWYV GE GUVUTIAPEN
Ké(?\}\ng OpoUPoPIAIKNG KATHOTACEWVY /

k Deshpande PV et al. Pediatr Nephrol 2005 /
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Ev8okpivikég emmAokec NX

* ATWALLX TWV TPWTEIVWV SEGUEVOTG
* YoOupeoelS1opno¢ TwV BupeoElSIKWV OpHOVWV
* AmofoAng T3 ko T4

/"o ATOAEL TNG TPWTEIVNG Séopeuons
Lxr: ™G Vit D
* Xoyman Vit D e XaunAn 25(OH) Vit D
* OoTteomevia 6€ GLVOVACUO UUE
LaKPOXPOVA XOPT YN OT) KOPTILOVNG
- /

The effect of vitamin D and calcium supplementation in pediatric

steroid-sensitive nephrotic syndrome
Pedialr Nephrol 2017

Sushmita Banerjee'® &Surupa Basu? &Ananda Sen* &Jayati Sengupta®

Conclusions Although supplementation with calcium and
vitamin D improved 25(OH)D levels significantly,
was Nno effect on BMC, BMD or relapse rate over a 6-
month follovw-up. Occurrence of hypercalciuria Mmandates

there

caution and appropriate monitoring if using such therapy.
A ppropriate dosage of vitamin D3 remains uncertain and
studies examining biologically active vitamin D may pro-

vide ansvvers.
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Optimal steroid treatment...

Helwomn Kivduvou Twv
UTIOTPOTIWV

EAQYLOTOTIOMON TWV
QVETILOVUN TWV

EVEPYELWV

|
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* H paxpoypovia Bepameia pe KOPTIKOGTEPOELDT) OTA
TSI LE OUYVEG ETILTTAOKEG CUVOEETL LIE:

YRrEpTaon, KapSLayyELaKEC EMMAOKEC
Kataypota, veKpwoeLg
KaOuoTtepnuevn eToVA®WOT TPAVUATWV
AvEnuévn mOBavoTNTA AOLUWEEWVY
X.Cushing, akp1), £YyUG puonadsia
KaBuvotépnon e owpaTIKNC avEnong

Vidhun et al. Pediatr. Nephrol. 20:418-426 (2005)
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* H paxpoypovia Bepameia pe KOPTIKOGTEPOELDT) OTA
TSI LE OUYVEG ETILTTAOKEG CUVOEETL LIE:

Jornal de
Pediatria .

Bone mineral density in children with idiopathic

nephrotic syndrome™ * Qoteomevia 449,

Ghada Mohamed El-Mashad®, Mahmoud Ahmed El-Hawy **, PY 4 . 0
Sally Mohamed El-Hefnawy®, Sanaa Mansour Mohamed? O OTEOTIO p W O-n ° 1 2 /O

ORIGINAL ARTICLE

Ocular complications in children with nephrotic syndrome on long

term oral steroids
Indian | Pediatr 2014

-~

* Metd amno Oepamela e KOPTIKOOTEPOELST KATA LEGO OPO
60 unveg:
* 1/4 madla KaTappAaKTN
. 1/9 avénuévn evéo@Baipia mieon y

~




Kl’lapakokof)encm tov BMI kot ¢ avénong \

*ALXLTOAOYIKEG CUUBOVAEG

¥tepoeldn oe Soon <0.75 mg/kg

&

*Xopnynon o€ pepa Tapa NUEPA oxNpUa

/

Donatti TL et al. Pediatr Nephrol 2003
Hegarty | et al. Kidney Inter 2005
Ruth EM et al. ] Pediatr 2005 /
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TO KOPITXAKI MAX YXE HAIKIA MOAIX 2,5 XPONQN MITAINEI ¥TO NOXOKOMEIO
INPHXMENOOII'IATPOI AIETNOQYXAN NE®PPOXIKO XYNAPOMO

XTHN EPQTHXH TI TO IPOKAAEXE, ... KATEAHZAN OTI EINAI AYTOANOXO

META AIIO MIA XYZHTHXH I10Y EIXAME ME I'NQXTH MAZX I'lATPO, ...KOITAEZQ

TO BIBAIAPEIO TOY ITAIAIOY. TO TEAEYTAIO EMBOAIO I10Y KANAME ENA
MHNA ITPIN APPQXTHXEI, HTAN TOY IINEYMONIOKKOKOY

APXIZO MIA ITIPOXQIIIKH EPEYNA I'lA TO NE®PQYIKO YXYNAPOMO KAITIA TO
EMBOAIO TOY IINEYMONIOKOKKOY....

OI AXOENEIX ME NE®PQXIKO, META THN ANAPPQXH TOYX AIIO AYTO ITPEIIEI
OINQXAHIIOTE NA EMBOAIAZONTAI ME TOY IINEYMONIOKOKKOY, MHN TYXON
KAI KOAAHXOYN KAI YIIOTPOIIIAXEI TO NE®PQXIKO...TIATI ZYTKEKPIMENA

/




* OLepBoAlacuot Sev mpokaAoUv to NX

R X
-—

* Mmopel va TupodOTI|oOoLVV TNV EUPAVLIOT) TOV???

e [IiBavoTaTA, OXL TTEPLOCOTEPO ATIO TIG AOLUWEELG
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EpnpoAlacpot

EpoAiia ano {wvtec eEao0evuévouc Lovg

/ \ Guidelines for Vaccinating

Kidney Dialysis Patients and
Patients with Chronic

-~

'Oxt yia 060 Swaotnpa to modi ey is
BplokeTal 68 HAKPOXPOVIX AYWYT)

ne koptwlovn kot ywx 1-3
TOVAGXLGTOV EMTIAEOV UN|VEG

\ )

summarized from
Recommendations of the Advisory Committee on
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EpnpoAlacpot

EpoAiia ano un {wvteg eEacOevnueEVOLC LOVC

EmumA£ov epfoAitacpol?

Xe TL800oM KopTL(OVNG UTTOPOVV VA YIVOUV TA UTTOAOLTTX
euporra?

AVOOOTIOLELTAL EMAPKWC TO TSI pe NX?

Yrapxel KIVOUVOG UTTOTPOTC LETA TOV EUPOALACUO?
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Kidney Dialysis Patients and

EmumA€ov epfoAiacpot? Patients with Chronic

Kidney Diseas - -
Influenza Vaccine

Inactivated Influenza Vaccine (TIV) SOII..... s SOOI

Immunization Practices (ACIP)

“The following groups are recommended to receive annual influenza vaccination . . . Persons at Sﬁ
Increased Risk for Complications . . . adults and children who have required regular medical fol-
low-up or hospitalization during the preceding year because of chronic metabolic diseases (includ-

ing diabetes mellitus), renal dysfunction, hemoglobinopathies, or immunosuppression (including
immunosuppression caused by medications or by human immunodeficiency virus [HIV]).”®

Nephrotic syndrome 15 the renal disease most clearly assoctated with an icreased risk for pneu-

mococcal infection.”

PPV23

“Vaccination is . . . recommended for immunocompromised adults at increased risk of
pneumococcal disease or its complications (e.g., persons with splenic dysfunction or anatomic
asplenia, Hodgkin's disease, leukemia, lymphoma, multiple myeloma, chronic renal failure,
nephrotic syndrome, or conditions such as organ transplantation associated with immunosuppres-
sion).”"?

Chapter 3: Steroid-sensitive nephrotic syndrome in children
Kidney International Supplements (2012)

- /
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Y& TL 8001 KopTL{OVIIC HTTOPOVV VA YIVOUV T
VTOAoLTta EUBOAL?
AVOOOTIOLELTAL EMAPK®DC TO TTALSL e NX?

o Aoom tpedvigovnG<1 mg/kg/d (<20 mg/d) ?

* Xwpilg¢ AAAX 0VOCGOKATACTUATIKA

o [IKOVOTIOTLKT] AVTICWUOTIKT XTTAVTNOT £XEL Bpedel oc
EUBOALXGO:
e /vPCV
° 23vPPV

® OVTLYPLITTILKO
e évavtL NS nmatitdag B (63.6%)

* Chapter 3: Steroid-sensitive nephrotic syndrome in children Kidney International Supplements (2012)
* Liakou et al Vaccine 2014




* YmAp)EL KIVEUVOG UTTOTPOTIC HETA TOV ERBOALAOUO?

R »
-—

* AVTIKPOUOUEVA OTIOTEAEC LT

™~
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Laura Barisoni et al Advances in the Biology and Genetics of the Podocytopathies:
Implications for Diagnosis and TherapyArch Pathol Lab Med 2009
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A single-gene cause in 29.5% of cases of steroid-resistant
nephrotic syndrome

A

’ ’ 400 -

Avevpeon TaBoAoyLKNG ] =1 S
g (n families = 496)

HETAAAQENG : il ™ i i e

<1 £tovg oto 61.3% g )

*2-5 etwv 25% 122;: *

*7-12 etwv 17%

50 -+

>12 etwv oto 10% *1

owrt

@ NPHS1
&2 SMARCAL1
PLCE1
PTPRO
@ LAMB2
= INF2

O coQ6
= MYOTE
O TRPC6
coQz
OLMX1B
m ADCK4

Carolin E. Sadowski et al. JASN 2015;26:1279-1289
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TFovidio XpWUOoCWUH
NPHS1 19q13.12
B
=
0-3 unvédv: 40% NPHS1 5§
4-12 unvwv:10% NPHS1 3%
L E

Avtoowpatiko
UTIOAELTIOLEVO XAPAKTIPA

Fin-major

Fin-minor
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Carolin E. Sadowski et al. JASN 2015;26:1279-1289

[IpwTteivy
Nephrin

0-3 mo 4-12 mo 1-6 yrs

™

KAwvikn ovtomta
CNS Finnish type

= NPHS1
| LAMB2
| = PLCE1
m NPHS2
| = WT71
= SMARCAL1
COQ6/COQ2/ADCK4/PDSS2
INF2
= TRPC6
| = Other

7-12 yrs 13-18 yrs 19-25 yrs

o wrt

@ NPHS1
= SMARCAL1
PLCE1
PTPRO
= LAMB2
m INF2

0 C0Q6
®MYO1E
o TRPC6
coQ2
OLMX1B
m ADCK4
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Tovidio XpWUOoCWUH MpwTeivn KAwvikn ovtomta
NPHS1 19q13.12 Nephrin CNS Finnish type

e IIpoyevetika: avénpuevn alpha-fetoprotein amod v
16M-18" gfdopada kvMoNg

* Kata tn yévvnon:
e [IpowpodTnTO
e XaunAo fapog yévvnong
* MeydAog mAakovvtag (25% tov Bapoug
YEévvnong)
* ALAOTOOT TWV PAPWV TOL KPaviov

* Negpol HE aQuENUEV NYOYEVELA KL LEYAAO
HEYEBOG
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Tovidio XpWUOoCWUH MpwTeivn KAwvikn ovtomta
NPHS1 19q13.12 Nephrin CNS Finnish type
* 50%, oldnua amo t yevvnon 1 v 1" efdouada
€ONIN 1\¢
100% ep@avion odnuatwy Ewg tov 3° unva (wng =

ctin-4 Nephrin
NNNNNN
sssssssss

e [IpwTeivoupla EKOECTILACUEVN

e Kaxn avénon

* Auvénuevn mBavotnTa 6oBaAPwWV AOLUWEEWY
e YmoBupeoeldlopnog

o Auvinuévn Bvntotnta Tto 1° £10¢ (WwNg

* TeAlko oTdd10 VEQPLKNG VOOOUL:3-8 ETWV

Benfield et al, Pediatr Transplant 2003
\ Holmberg C, Jalanko H. Pediatr Nephrol Z(y
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Tovidio XpWHOowH MpwTeivn KAwvikn ovtomta
NPHS2 1q25.2 TodoKiv FSGS

A single-gene cause in 29.5% of cases of steroid-resistant nephrotic syndrome

NPHSZ 1 10 ou)vn LETAAAAEN OE ATOUA LE EVUPEN KOPTIKOOVOEKTIKOU
NX etwv <18 etwv (range 5.7%-12.7%)
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LETTER TO THE EDITORS \

NPHS?2 screening with SURVEYOR in Hellenic children
with steroid-resistant nephrotic svndrome

Konstantinoes Voskarides - Christiana Makarioo -

Gregory Papagrecoriou - Nicolaos Stergiow -

Micoletta Printza - Efstathios Alexopoulos - Pediatr Nephrol (2008) 23:1373-1375
Avraam Elia - Fotis Papachristou - Alkis Pierides -

Eleni Georgaki - Constantinos Deltas

° 24 oS (10 ayopla, 14 kopitola ) pe KANZ

e 21/24 FSGS, 3/24 pepBpavoimepmiaotikn EN -1/3 21 FSGS
e NPHS2 (exons 1-8), kat WT1 (exons 8 kol 9)

e 0/24WT1

* 1/3 ouoluyog yia petaAraén 418delG

e 2/24 madiax pe 3 petaArdaelg NPHS2
[ KUKA0GTIOPLVY) +MMF

MepK1) VPECT) UE: J

o A etepoluywTia : R229Q and L305P8) [ Mepueiy ""Psfm HLE: J
EVAAQTIPLAT)
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Tovidio XpwHoowpo MpwTeivn KAwvikn ovtotnta
LAMB2 3p21 Laminine 32 Pierson

YUvdpopo Pierson

AUVTOOCWULKO VTTOAELTTIOLEVO VOO LI

1. OBAAUIKES EKONAWOELG
(Likpokopia)

2. PuyokivnTikn kaBuotepnon

3. Mpwiun evapén ve@pomaderog
OV 081)YEL OUVTOUX GE TEALKOV
otadiov XNN

['ovidio: LAMB2
Zuyvotnta: 1/150.000

Zemrnai et al, Eur ] Med Res 2016/




/I‘ovi&o Xpwuoowpua MMpwTeivn KAwvikn) ovtotnta A
WT 1 11p13 wilms tumor 1  Denys-Drash s.
Frasier s.

Yuvdpouno Denys-Drash (exons 8,9)
AVTOOWIKO ETIIKPATES VOOT| U

e Avoyeveoia yovadwv

e Kivéuvog 90% yia epg@avion 0ykou
Wilms

* ALLPOTEPOTIAELPT) VEPPEKTOUN

e Auv&nuévo kivéuvo yla avamtuin
OYKWV YEVVNTIKWV KUTTAPWV
(yovadoBAaotwua)

e Ipwun évapén FSGS (mpwTovg
unveg {wig)

’ 4 4
k ® TS}\lKOU GT(XSlOU XNN otx 4 STTI Eneman et al, Pediatrics 2014 /




Tovidio XpwHoowuo MpwTeivn KAwvikn ovtomta
WT 1 11p13 wilms tumor 1  Denys-Drash s.
Frasier s.

Yuvdpopo Frasier (intron 9)
Appev Pevdoepua@podLTIopog
46,XY : dawvotumikd OnAea pe aunvoppola
46,XX: nuovo mpwTteivovpia

e Apyotepn evapin mpwteivoupiag Kol petdntwon o TEXNN
(2n-3" dekaetia)

e XaunAog kivouvog yia epgpavion oykov Wilms

e Auénuevo KIvouvo yla avAaTITUEN OYKWY YEVVNTIKWYV KUTTAPWV

(YovadofAdotwua): agpalpeon twv yovadwy o€ o. Frasier
N 46,XY
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Genotype-phenotype associations in WT1 glomerulopathy

Lipska BS et al PodoNet Consortium

Azocar M, Higuita LM, Ranchin B, Fischbach M, Davitaia T, Gellermann ], OhJ, Melk A, Schaefer F, Wigger M, Printza
N, SallayP, Gheissari A, Noris M, Pasini A, Marco Ghiggeri G, Ardissino G, Benetti E, Emma F, Aoun B, Abou-Jaoudé
P, Jankauskiene A, Wasilewska A, Gacka E, Zurowska A, Drozdz D, Tkaczyk M, Borzecka H, Silska M, Jarmolinski T,
Firszt-Adamczyk A, Ksiazek], Kuzma-Mroczkowska E, Medynska A, Szczepanska M, Caldas Afonso A, Jardim H,
Bogdanovic R, Krmar RT, Simonetti GD, Saeed B, Anarat A, Balat A, Baskin ZE, Cakar N, Erdogan O, Ozcakar B,
Ozaltin F, Sakallioglu O, Soylemezoglu O, Akman S, Gok F, Caliskan S, Candan C, Emre S, Mir S, Akil I, Ertan P,
Ozkaya O, Kalyoncu M, Simkova E, Alhammadi E, Sobko R

Kidney Int. 2014

XUykplon 61 moadiwv pe WT1(+) pe ta 700 madwax pe WT1(-) KANX

*WT(+)1 KANX ac0Oscvelc:
« KANX pe oVvvdpopo

o KAwwka: Siatapayés amd to ovpomontiko (52%), Wilms tumor
(38%), yovasofAdotwua (5%)




Tovidio XpwHOowHo MpwTeivn KAwvikn ovtomta
SMARCAL1 2q34-q36 SMARCAL1 Schimke immuno-
osseous dysplasia

Schimke immuno-osseous dysplasia s

e AUTOOWUIKO VUTIOAELTIOUEVO V

1. ZTTOVOLAO —ETLPLOLOKN
SvomAaoia

2. Kovto avdotnua
3. AVOCOQVETTAPKELQ
4. Ne@pomadewa
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Tovidio XpWUOoCWUH MpwTeivn KAwvikn ovtomta
LMX1B 9q34 LIM homeobox  Nail-patella s
transcription 1-3

Nail-patella s

* AUTOCWKO ETIIKPATEG VOOT|LX

1. AvomAaoio ovOYwVv

2. ATTAaola — VTTOTTAQ O LX
ETILYOVATIOWV

3. ApBpodvomAacio aykwvwv

4. Aayovia kEpata

5. Ne@pomabeila FoviSio: LMX1B
Zuyvotnta: 1/50.000

Lemley KV, Pediatr Nephrol 2009
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KENZX: 11 cuXVOTEPT TOSOKVTTUAPOTIAOELX 6T TALS LA

>80% Twv TadLwv pe KENX (pToouv Kol £mG TNV e@NPela pe
OUXVEG 1] APALEC VTTOTPOTIEC

lNa peyaia xpovika Staotnpata 0a Aapfavovv vma<g 1
XOUNAOTEPEC SOGELC KOPTL{OVNC

A0y TO60 Tov NX 000 Kat TN ¢ Oepamneiac pe kopTi{ovy
BplokovTal og VPNAOC KIVEUVO Y 60BaAPEC EMITIAOKEG

O madlatpog pmopel va BonB1)cel 6T TPpOLUN SLAYVWOT) KXL GE
OUVEPYACLA LE TOV TALSOVEPPOAOYO 6T KHAVTEPT AVTIUETWTILON
QUTWV TWV EMTAOK®V

ETtaypvUmvion ywx TV eufoAtactikn) KaAAvPn Twv Tadiwv pe NX
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* KANZX:0€ OT|UOVTIKO TOGOOTO XTIOTEAEL LOVOYOVISLOHKO VOO X

* Mmopel va GUVSEETAL LE GUVSPOLKO PALVOTUTIO

* Hyevetikn avaivon onda ctnv:

e [IpOYVWON-AVTIHETWTILON
o IIpOANYM GE OPLOUEVEC TIEPIMTWOELS COBAPWV KATAGTACEWYV ,
OTIW G KaKOT)0£LEC




