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KOHTEHUTA/TH HE®OPOTCKU CMMHIPOM
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Cnasuma HBYPUMYNM'R, Pagosan BOTITAHOBI'h

VHCcTUTYT 32 30paBCTBEHY 3alITUTY Majke u getera Cpbuje ,,[Jp Bykan Uynuh”, beorpan

KPATAK CAOPXAJ

YBop KoHreHuTanHu HedpOTCKM CUHAPOM Ce 1CMosbaBa NPOTENHYPWjOM, XUMOMPOTEMHEMUOM, €AeMOM W Xunepavunuie-
MUjOM KOA AeTeTa y3pacTa O TPM Mecela. Y3poLy 060sbetba MOry 6UTU reHETCKM YCNOB/bEeHW, an U CeKyHAApHe npupoae.
OWHCKM TV je Hajuewhn HacneAHY 06IMK KOHreHUTanHor HepPOTCKOT CMHAPOMA, a U3a3BaH je MyTaLvjama y reHy 3a HeppuH,
OCHOBHU rpaAVBHY enemeHT Anjadparme, Koja npeKpuBa NyKoTMHACTY Nopy n3mehy HoXKLa enuTenHrX rnomepynapHux he-

nnja nogouymTa.

Mpukas 6onecHnKka [pukasaH je 60NECHNK KOA KOjer Cy ce KIMHUYKM 1 1abopaTopurjcKi 3HaLM HeppOTCKOT CMHAPOMA ja-
Bunu Beh npeor faHa no pohetby. M nopen peposHe 1 ogroBapajyhe cyncTuTyLnMoHe, aHTUNPOTENHYPUYHE 1 aHTUTPOM6O-
TUYHe Tepanuje, LOLWO je A0 KOMMMKaLumja u cMpTU. [eHETCKOM aHanM30M OTKPUBEHA je MyTaluja y reHy 3a HedpuH (674de-
18ins2TT) y xomM03UroTHom 06rKy. Tpy roguHe KacHuje Kof Majke geteTa je y 12. Hegerbu TpygHohe ypahera 6roncuja xopu-
OHCKMX Uynuua n y aobunjeHom matepujany ytepheHa XeTepo3nroTHOCT 3a UCTY PeLeCMBHY MyTaLujy, LWUTO je 3Haunno Aa de-
TYC IMa CTaTyC HOCMOLIA, aNu He 1 060NENOr Of KOHTeHNUTaNHOTr HeppoTcKor crHapoma. OBo je NpBa nopoawnuay Cpbuju Kop

Koje je ypaheHa npeHaTanHa fujarHo3a 3a oy 6onecr.

3akrmpyuak Kop peteta ¢ KTMHUYKOM CIMKOM HepPOTCKOT CMHAPOMa NOCTaB/beHa je MonieKynapHa AnjarHo3a 60n1ecTt — KOH-
reHUTanHN HePppPOTCKN CUHAPOM GUHCKOT TVMNa. OBUM MPUKA3OM UCTAKHYT je 3Hauaj MoseKynapHe AnjarHose 6onectu Kog UH-
AeKCHUX 6onecHrKa 3a NpaBoBpeMeHy, 6p3y 1 NpeLmnsHy NnpeHaTanHy AujarHo3y y HapeaHuM TpyaHohama.

KrbyuHe peun: KoHreHUTanHu HedpPOTCKN CUHAPOM; NPeHaTasnHa AnjarHo3a; HedpuH

VBOTI

Hedpotcku cuuppoM je ympysxeHa mojaBa oO6MIHe
IIPOTEVHYpYje, XUIIOATIOyMUHEMUje, efeMa M XUIIepIIu-
nupemuje [1]. Kaga ce jaBu y npBoj rogmuu no pobe-
BY, 00JIeCT je 4ecTo oIacHa 1o XXUBOT. Vcrio/paBame He-
¢bpoTckor cMHApPOMa y IpBa TPU Mecelja CBPCTaBa ra y
KOHI'€HUTA/THY OO/INK, JOK Ce jaB/batbe TOMEHY TUX Of/IN-
Ka 6OJIeCTI! Off YeTBPTOT [0 ABAaHAECTOI MeCella II0 Po-
bewy cmarpa nndanTwHUM 06/IMKOM. U jemaH u fpyru
006/mK 60/mecTyt CBPCTaBajy ce y mocebaH eHTUTeT — He-
(pOTCKM CHMHAPOM Y IPBOj TOfMHY 110 pobemy, Koju ce,
peMa MHOTMM 0COOMHaMa, pas3uKyje of 00/ImMKa Koju
ce jaB/bajy KacHUje y IeTUECTBY [1, 2].

Jlocamanmmsym cmTBamuMa je yTBpheHo fa je KoH-
TeHUTATHY HePOTCKM CMHAPOM Hajdermrhe reHeTCKM
ycnosbeH (84,8%). MyTaruje Koje cy Hajuenthe Ko 0ByX
6onecuuka cy y reunma NPHSI (3a neppun), NPHS2 (3a
nopouuH), WT1 (3a TpaHCKpUIIIVOHN (HaKTOP TeHa KOjI
y4ecTByjy y CTBapamy 6ybpera 1 ypOreHUTaHOT TPaKTa)
n LAMB2 (3a mammHuH). OcTam y3pouu KOHI€HNUTaI-
HOT He)POTCKOT CHHZIpOMa Cy Hajdemrhe MHpEKTUBHOT
TIOpeK/Ia: KOHTeHUTATHN CUPUINC, TOKCOTIa3MO3a, Py-
6e01a, XermaTnuTuC B, LMTOMETA/IOBUPYCHA MH(I)eKqua u,
pebe, nudeximja Bupycom xymane uMyHOzeDUIIMjeHLIU-
je (HIV). MyTanuje y reny 3a HebpuH 1 (NPHSI) Hanase
ce caMo Koj; 0co6a 0607Ie/NX Off KOHTeHUTATHOT HeppOT-
CKOT CHHIpOMA I jaB/bajy ce Kof 39,1% 6onecHuka [3,4].

Y papy je mpuxasaH 60/IECHUK Ca HOTITYHOM K/IVHIY-
KOM C/IMKOM KOHI'€HMTAaTHOT He(pPOTCKOT CHHAPOMA
¢buHCKOT THIIa KOJ] KOjer je IT0CTaB/beHa MOJIeKyTapHO-
TeHeTCKa [JjarHO3a M YKAa3aHO je Ha 3Ha4aj IpaBOBpeMe-

He ¥ IpelusHe NpeHaTanHe gujarHose. Ilpukasana mo-
popIa je, KOMMKO je HaMa [03HaTo, mpBa y Cpbujn xop,
Koje je ypal)eHa mpeHaTanmHa MONIeKy/TapHOT€HETCKa aHa-
JIV3a 3a KOHT€HNMTa/THY HePOTCKY CHHJIPOM.

ITPUKA3 BOJIECHUKA

[IpukasaHo je MyIIKO Ofl0j4€ M3 HEKOHTPOJIMCAHE
tpynuohe, on poguTeba Koju HICY Y CPOACTBY, poheHo
y 35. rectaijuoHOj HeJle/by IPUPOJHUM Iy TEM, Ca Tefle-
cHOM MacoM of 2.600 rpama. IToganu o Anrap ckopy n
OflIMKaMa MOCTe/bMLie Cy HeflocTajam. 360r KOHBY/I3N-
ja u mepuHatanHe achukcuje, 0 yeMy Takobhe Huje 6uI0
ieTa/bHUX IIOfIaTaKa, YIIyheHo je y pernoHaHy 3fpas-
CTBEeHY yCTAaHOBY IPBOT faHa 110 pobemwy. IIpu npujemy
je 6uro Oenio, ca reHepanM30BaHUM efleMUMa I yMepe-
HOM I'eHepaInM30BaHOM XMIIOTOHMjOM, O/1aro M3paskeHUX
3HaKOBa OTeXXAHOT Aycama. Jlobama je 6uia yobudajeHor
obmuka, 06um rnase je 6mo 34,5 cm, Bennka oHTaHena
je 6mma 3x3 cm y paBHM OKOJTHUX KOLITAHMUX CTPYKTYpa,
TPYAHMU KOII je 6MO0 CMMEeTPUYHO HOKPET/bUB IPU -
camy, a Hapi IIyhuma cy ce o6ocTpaHo GeneXxnmm ocna-
6/beH [UCajHN 3BYK U PETKU KACHOMHCIIVPUjYMCKY ITy-
kotu. Hamasu gpyrux mapamerapa cy OMIm HOpMaIHIL.

ExocoHorpadckum mpernegom yrBphenn cy 6maro
yBehann 6y6pesn, Kao 1 MHTPABEHTPUKYIAPHA XeMOPa-
ruja ¢ HOCTeAMYHIM UHTEPHUM XUfipoledaaycoM, ITo
je morBpheHo 1 Hala3oM KOMIIjyTepu3oBaHe TOMOIPa-
duje (CT).

PyTUHCKMM HperiefioM ypiHa YCTaHOB/beHe CY IIPo-
TenHypyja (+++) ¥ MUKPOCKOIICKa XeMarypuja (10-15
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CPMCKW APXWB 3A LLENOKYMHO NNEKAPCTBO

eputporuTa), a 611oxeMujcknm mnpernegom 6,3 g /1 6eman-
Y€BVHA, JOK je MHAEKC IPOTeNHN-KpeaTuHuH 6o 4200
mg/mmol, Tj. mpoTennypuja je 6ura HeppOTCKOT paHra.
Y cepymy cy 3abenexxeHe cMarbeHe BPeJHOCTH IIPOTENHa
(28 g/I) m anbymmna (13 g/I), Te moBUIIIEHE BPEFHOCTIL XO-
necreporna (9,3 mmol/l), foxk je ommrra ¢pyuxuuja 6y6pera
6una ouysana (ypea 4,1 mmol/l, kpeaturnn 50 umol/l).
Y KpBHOj iy, ocuM 6j1are aHeMuje 3a y3pact (xemo-
rmobu 132 g/l, epurpouurn 3,6x10'%/1), Hyje 6uro gpy-
rux HeHOpManHOCTH. Ha 0CHOBY K/IMHMYKUX U mabopa-
TOPUjCKVX Ha/lasa OCTAB/beHa je [UjarH03a HepPOTCKOT
CHHJIPOMa )1 3aII04eTO [IBOHE[Ie/bHO TeYethe KOPTUKOCTe-
pouauMa, Koje Huje JOBENO O CMatberba IPOTeNHypuje.
Takobe cy npumemnnBane cBakogHeBHe nHPy3uje anody-
MIHA, y IBa HaBpaTa UMYHOIIOOY/INHNU U TpaHChysuje
KOHIIEHTPOBAHMX €PUTPOLINTA.

Y yspacry op mefecer gaHa fiete je ynyheno y Mucru-
TYT 3a 3[[paBCTBEHY 3aIITUTYy Majke u gerera Cpouje ,,[Ip
Bykan Uynuh” y Beorpany. Ipu npujemy cy youenu 6ya-
TV T€HEepa/lIN30BaH €HeMI 1 XI/IHOTOHI/Ija OCOBMHE TeE-
JTa, IMPOKO OTBOpeHa Be/uKa GpoHTaHena (3x3 ¢m), pa-
CTaB/beHe KpaHUja/IHe CyType 11 1IeBOCTPaHa XMUIPOLiera,
[OK Cy IPYIY CMMIITOMI 6I/UII/I KIMHNYKM HeyIaJJbIBIL.

Byb6pesu cy mpu exocoHOrpadcKoM mperieny 6w
ysehanu (1o 7,2 cm; HOpManHo je 5o 5,8 cm), Xumepexo-
TeHM 1 HejacHe KOPTUKOMe/y/IapHe nudepeHTHOCTH. YiI-
Tpa3By4HM Ha/la3 IIperyiefia LIeHTPalTHOT HePBHOT CHUCTe-
ma (ITHC) ce moropmao n yrepbena je mporpecnja nu-
JaTanyje IaTepaTHNX MOXKIAHUX KOMOPA.

PyTuHCKNM TIperiefioM ypuHa morspheHa je mporen-
Hypuja (10 g/l), oBora myTa 63 MIUKPOCKOIICKE XeMarTy-
puje, a GMOXeMIjCKIM IIperiesoM 3aberexxeH je HedpoT-
CKM PaHT YpMHApHUX ryburaka OemaHdeBrHa (IpoTen-

CJINKA 1. [lenMnyHO pekaHanncaHa Tpombo3a fieBe peHanHe 1 Aore
LWyr/be BeHe (Hanas Ha obayKumjn).

FIGURE 1. Partially recanalized thrombosis of the left renal and inferi-
or vena cava (autopsy finding).
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Hy-Kpeatuant 7600 mg/mmol). Xunonporennemuja (25
¢/l) muxyunoanbymmunemuja (11 g/l) cy 6ure nspasuruje He-
r0 10 pohemy, xumepxonecreponemuja ce ofpxxasana (7,4
mmol/l),a anemuja moropiuasna (xemornobus 72 g/l, epu-
tporuru 2,42x10'2/]). Omra pyskumja 6yopera je 6mra
u ga/be ovyBaHa (ypea 1,9 mmol/l, xpeatviaun 20 umol/l).

ITpuMerbeHa Cy TOAATHA CEPOIOIIKA NCIINTHBAbA, KO-
jUMa HUCY OTKPUBEHA aHTUTE/IA Ha L[ITOMEraIOBUPYC,
py6eony, Tokcorutasmy, Bupyc xernaruruca b u I, xeprec
CUMIIJIEKC BUPYC U TPENIOHEMY My M. Huson cBux
MMYHOIZIOOY/IHA y CepyMy OWIIV Cy CHYDKEHMU 3a y3pacT
(IgA 0,22 g/, IgM 0,88 g/1,IgG 0,8 g/I). YrBphene cy mosu-
meHe BpegHOCTH TrpeocTumynuiryher xopmona (TSH;
22 mIU/l) u cumkene BpenHocTu THpoKcuHa (T4; mare
orn 20 nmol/l).

ITo mpujemy je HacTaB/bEHO JIeUYeHHe CBAKOTHEBHUM
nndysnjama andymmHa u guyperunuma (dypocemns,
CIIMPOHOJIAKTOH, XUAPOX/IOPOTUA3IL), @ YBEAEHI CY U
AHTUIIPOTEMHYPUYIHN JI€EKOBI (I/IHJIOMeTa].U/IH, KaIITo-
IPWI), aHTMATPeralioHa CpeficTBa (alleTUICaTnInI-
Ha KycenmnHa), ButamuH J12 (400 m.j.), tTupoxcuH (25 ug),
nuHK-cyndar (5 mg) u npemaparu rsoxba, kamunjyma
(500 mg) n maruesujyma (50 mg). VicxpaHa je mpumermu-
BaHa IIpeMa IIPeIopyKama 3a [elly C KOHTeHUTATHIM He-
(bpPOTCKMM CHHAPOMOM.

OcMor faHa jTedera UCIIO/BUIN CY Ce 3HALM CUCTEM-
cke bakrepujcke nupexnuje 6e3 nsonanuje y3poIHnKa 1
IPUMEILEHO je JIeUerhbe aMUKalTHOM U e Tprakconom
TOKOM JleceT JiaHa. JIBajieceT 0CMOT JjaHa JIederba jaBuia
Ce MaKpPOCKOIICKa XeMaTypuja npaheHa XUIIepTeH31joM
U TPOMOOLIUTOIIEHIjOM, Te€ je, 360T CyMmbe Ha TpoMbO3y
peHasHe BeHe, 00aB/beH yITPasByH Iperies 6ybpera u
yOueHa pas/iKa y BeII4MHNU ¥ eXoreHoCTH bybpera (se-
cun 74 mm, nesu 88 mm). ToxoM HapefHe iBe Heflelbe,
10 HOpMajIM3aLyje YATPasByIHOT Halasa, 60IeCHIIK je fie-
YeH XelapyHoM. TpujeceT ocMOT jaHa jieuera OO je
J10 MSHEHAIHOT PeCcIMpaTopHOr 3actoja mpaheHor cmabom
LUIPKY/IALmjoM, a cnegeher fana go cMpTu 6omecHnKa.

Ha o6pyxuuju je youeHo ysehame 06a 6ybpera, Hapo-
YNTO JIEBOT, KA0 ¥ JEeTMMUYHO PeKaHa/IICcaHa TpoMbo-
3a JIeBe PeHajIHe BeHe I Jefa fjombe lyIUbe BeHe (Cruka
1). Takobe cy 3abenexxeHu 6pojHa KpBaperma y MOX/a-
HOM IIap€HXVMY U TEXXaK MHTEPHU X]/I,T.[pOXeMaTOLIe(ba-
nyc. YoueHu cy u xujaauHe MeMOpaHe y anBeojaMa 1 Kp-
Bapema y 00e Haj0yOpesxHe XKIesge.

ITaTOXMCTOIOLIKIM IIper/IeffoM TKuBa 6ybpera 1obm-
je je cnenehu Hamas: y CynmKOpTUKAIHOj peryju JOMUHN-
pajy rioMepynu deTamTHOT U3ITIefa, a OCTAIN [TTOMEPY/IN
Cy HeNVMMIYHO OTBOPEHMX [IOMEPY/IAPHIX Kamuiapa ¢
HaIIaIIe M mapujetananm hemjama boymanose (Bow-
man) daype. Ha jerHOM IImoMepyity ce yodaBa KaIcymap-
Ha azixesuja. IIpokcuMaHu TyOy/Iu Cy jako [UIaTUPaHIL,
0J] KOjUX JIBa-TPY MMajy IMCTUYaH USITIEN, all/IaTYPaHOT
Cy emNnTeNa, a MojeANHI II0Ka3yjy MeHyLIIaBy Tpancdop-
manujy emnrena. Ocramy kanannhu cy ogrosapajyhux
ocobuna. VIHTepCTUIUjyM je efieMaTO3aH, ca JUCKPET-
HOM, AndysHoM nHbwITpanujom. Kpsunm cynosu cy 6e3
[ATOJIOMIKNX IIPOMEHa.



CPMCKW APXIB 3A LIENTOKYMHO JIEKAPCTBO

Ys0p1m KpBM Ofj0j4eTa 11 HEeroBUX popuTerba yiyhe-
HI Cy Ha TeHOMCKY aHanu3y y MegunHCcKy LeHTap Y Hu-
Bepsurera y Muunreny (University of Michigan Medical
Center) y En Apbopy (Ann Arbor),y Cjepymennm Ame-
puukum [Ip>xaBama. [IMPEeKTHNM CEKBEHIMPAeM CBUX
29 eraona rena NPHSI (3a HepuH) yCTaHOBJbEHA je XO-
Mo3urorHa MyTarja 614del8ins2TT'y ersony 6. Y renu-
ma NPHS2 n WT1I nucy nabene myraunje. OBum Hama-
30M je KOHa4HO HOTBplheHa [1jarHo3a KOHIeHUTaTHOT
He(pPOTCKOT CUHIPOMA (PUHCKOT THUIIA.

CaBeTOBaHO je Jja ce MajKa Ha IO4YeTKy ciefehe Tpyp-
Hohe ymyTyt y VIHCTUTYT pajju IIpeHaTa/lHe OMjarHo3e.
ITouerkom 2008. roguHe MajKa Haler 60JIeCHIKA, Tafa
y 12. neperpu Tpypuohe, mpumMbeHa je pagu 6uorcuje xo-
PMOHCKIX 9ynuIla, a n3onosana [JHK ymnyhena je na mo-
NeKynapHoreHeTcKu npernef. Ilocie cemaM faHa foou-
jEeH je Ha/la3 KOju je I0Ka3ao XeTePO3UTOTHY MyTalujy
614del8ins2TT y ersony 6, e je TuMe yTBpbeno na de-
TYC MMa T€HOTUII HOCHOLIA PelieCUBHE MyTall1je 1 fla He-
he obonern o KoHreHUTATHOT HEPPOTCKOT CHHAPOMA,
ma je TpyAHOha HacTaB/beHa.

OUCKYCUJA

Kop mpukasanor 60/1ecHmKa [{OIIO je O UCIO/baBa-
ba MMOTIIYHE KIIMHNYIKE C/IVMKE KOHT'€HNUTAaTHOT He(prT-
cKoT cuHApoma ¢uHCKOT Tuna. Jlocax je yrepheno Bu-
e o7 100 myTanuja y reny 3a nedppun (NPHSI), noka-
nm30BaHOM Ha 19. xpomosomy. Hajuemrhe ce cpehy my-
rauuje Fin-major (frame shift) u Fin-minor (nonsense),
Koje ce Hacehyjy ayTo30MHO perecuBHO. VIHIVIeHIN-
ja myrauuja y NPHSI reny je 1:8.000 >xuBopobenux y
®unckoj [1]. [TonosrHa cBux 60/IeCHNKA Y CBETY IIOTHU-
ve 13 OuHcKe, amu ce 60/1eCT HAA3M y CBUM pacama I
CBVIM €THNYKNM I'pyIltamMa I pOM CBETa. Knmuanaka cnn-
Ka, 6e3 0631pa Ha TUII MyTaILyje, HOKasyje Maio (eHo-
TUIICKE Pa3MIUTOCTH: BehiHa fiette je, 6amt kao v mpu-
KaszaHU 6omecHNK, pohena npe BpemeHa (80%), TemecHa
Maca je usmebhy 1.500 u 3.500 rpama (cpentsa 2.600 rpa-
Ma), a Maca nocrepue je Beha o 25% Mace Tema Ha po-
bewy (mo 38%); aMHIMOHCKA TeYHOCT je 060jeHa MeKO-
HUjyMOM, an HoBopoDheHuan 06udHO HeMa mpobieme
ca IMCajHuM OpraHuMa; Beh Ha pobemy Mory ce younTtu
reHepa/M30BaHY efeMI I JUCTeHsmja TpOyxa; Takohe ce
Hajlade yMOWINKAIHA XepHIja, IINPOKO OTBOpeHa (HOH-
TaHe/Ia U Pa3MaKHyTe KpPaHMjalIHe CYyType; 0Ba HOBOPO-
benwan Hema yapysxeHe aHOMauje; € Apyre CTpaHe, Oe-
nexe ce 6narn GyHKUMoHaTHN nopemehaju momyT xu-
noronuje Muinha u xuneprpoduje mnoxapga. Ilpore-
VHypYMja IIOYNIbE i1 Utero v MOXKe ce€ OTKPUTHU Y IPBOM
Y30pPKy ypuHa 1ocie pobema, Tj. y IpBOM IaHy KUBOTA,
KaKo je yrBpheHo Kop nprkasaHor 60/mecHnKa. Y mpBuM
MecerMa 10 poherby BpefHOCTH KpeaTNHIHA y CEPyMY
cy HopmanHe. O6nnHa nporennypuja (u o 100 g/l) mo-
Ke [I0BECTH [0 M3Pa’KEHNX efjeMa I O/IUTYPHje aKO ce He
IIpYMEHU CYICTUTYLOHA Tepanuja. [Ipu exocoHorpad-
CKOM IIperyiefly youaBajy ce Belmku 6ybpesu ca mojava-

HOM KOPTUKAaJTHOM eXOTeHOIINy 1 HejaCHOM KOPTUKO-
MeJ[y/TapHOM TPAHUIIOM, ¥ TO TeK Y Y3pacTy Of Mecel]-
nBa [1], mro je HabeHo u Kop mpuKasaHOTr GoMTECHUKA.
[Maroxucronoruja 6ybpera y IOYeTKy HI IO YeMy HUje
IMATOrHOMOHMYHA. TU4yHe IIeSI/[je MOTy C€ BUAETN TEK
y y3pacTy o Tpu Mecela o ocaM Mecery. Hajuemthe
Ce jaB/ba €KCIIaH3Mja ITIOMEPY/IaPHOT ME3aHTMjyMa 13a-
3BaHa ouIrehemeM IOAOLNTA, 00U TEpaLiNja IIOMepY/I-
apHMX KaNn/aapa, CKIepo3a IIToOMepyIIa, UHTePCTUILIU]yM-
cxa Gprbposa u FuIaTarja MpOKCUMATHUX U AVCTATHIX
Ty6yIa [5], 1ITO je OmuC KOju OAroBapa Halmasy 1 MprKa-
3aHOT b0omecHnKa. [IpuMerseHo srederbe 6110 je y CKIafy
C IIperopyKaMa HaBeleHNM y pepepeHTHIM YO eH U1 -
Ma IefujaTpujcke Hedporornje. 360T CTATHUX TEMIKIX
rybuTaka mpoTenHa, BPIIN Ce CYIICTUTYLMja IPUMEHOM
nHdysuja [BafeCeTOMPOLEHTHOT aI0yMIHa Y 5031 1-5
ml/kg TenecHe Mace, CBAKOJTHEBHO TOKOM HEKOJIMKO He-
zerba, y3 pypocemup y gosu ox 0,5 mg/kg tenecue mace.
OBakBa npuMeHa a0yMIHa CaMo IPUBPEMEHO KOPUTY-
je XUIIOIPOTeNHeMIjY, a/i GO/IECHNIIN UITAK HEMajy 3Ha-
4ajue egeme [1]. CMmameme ryduTaka IpoTenHa mprme-
HOM MHXUONTOPA aHIMOTeH3NH-KOHBepTyjyher ensnma
(ACE) [6] n ungomerannua moryha je yrmaBHOM Kog 60-
JIeCHMKA KOj/I HEMajy MyTallyje TUIIa CTOI-KOJOHa, [ie-
JelMja WM T3B. MACEHC MyTaluja. 3ajeHO ca ryouTt-
KOM OCTa/Inx Oe/laHueBMHA TyOe ce M CEPYMCKI IIPOTe-
VHU KOj! B€3Yjy TUPOKCHH, KaO I CAM XOPMOH HITUTACTE
xiesne. Bpegroctu TSH Mory 6utyt HOpMajHe y OdYeT-
Ky, anu ce nosehasajy Beh y npsumM Mecenuma 1o pobe-
BY; KOJI IPUKasaHor 60/ecHrKa cy 6ute nosninere seh
KpajeM JIpyTor Mecena. 3aTo ce MPeTopydyje CyICTUTY-
LMja TUPOKCUHA JI030M 6,25-12,5 ug Ha faH, Koja ce Me-
1ba 3aBICHO of H1Boa TSH. I'y6ury nporenHa ypuHoMm
moBofe fo mopemehaja offHOCa IPOKOATy/IAHIja U aH-
TUKOAry/JIaHIja y KpBY, ITO Bogy nosehanoMm pusu-
Ky of TpoM6o03e. 3ato je IprKasaHu OONTECHUK IPUMAO
aneTHICANMNIVTHY KICENVHY, a TIperopydyje ce ¥ Ipu-
MeHa AMIMPUAAMOIIA. Y pUHAPHM Iybuny ramMa-rmaoby-
ymuHa 1 dpakTopa Komrtementa (B u [1) unnHu 6onecHn-
Ka ¢ He()POTCKMM CHHIPOMOM CKIOHNjeM Ka 6akTepuj-
cxuM nHpekIujama. 360r Tora yBek Tpe6a MUCINTI Ha
0aKTepMjCKy CeIICy, KOja Ce YeCTO MOYKe MICIIO/bUTHU CaMO
3HALMMAa JIOKa/IHe MHQEKIVje, M IPUMEHNTI [TapeHTe-
panHy aHTHOMOTCKY Tepamnjy TeKOBMMa KOj¥ TOKPUBajy
BehyHy 60/THNYKMX COjeBa, LITO je YIMIbEeHO U KOJ IPH-
KasaHor 6ojecHyka. OCHOBHM IPYMHINII HCXPaHE Of[0j-
Yamy C TEMKUM OOIMIKOM KOHT€HUTATHOT HEPPOTCKOT
CMHJIPOMA jecTe BICOKOKaTOPMYIHA ¥ BYCOKOIPOTENH-
CKa McXpaHa. YKyIlaH JHEBHM €HepreTcKu yHoC Tpeba
ma gocrurte 130 kcal/kg Tenecne mace, yHOC TeIHOCTH
cxopuo ToMme 130 ml/kg, a yHoc mporenna He 6u Tpeba-
7110 fa Oyze Mamwu of 3-4 g/kg Tenmecue mace [2].
PenoBHa HajjokHama aH6yMI/IHa Y3 GUYpPETUKE U AaHTU-
IPOTEMHYPUYHE JIEKOBE CIIPeYaBalla je I0jaBy 3HaYajHu-
juX emeMa KOj IIpuUKasaHor 6omecHnka. Mehyrum, un-
dekiyja je HajMarbe jefHOM KOMIUIMKOBaIa TOK 0orte-
CTH, OOK je Tpehe moropiuame, Koje je IpOrpesnpano fo
JIeTa/IHOT MCXO/ja, BepOBAaTHO Takobhe 6mo mocmennia
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6akTepujcKe cerce. 3HAYAJHOT yAena y C1abOCTI AICaj-
HUX OPTaHa ¥ LUPKYIALVj/ MIMAO j€ M Pa3BOj MHTEPHOT
xupporedayca, dnje je peuraBame, 300T CTI0XXEHOCTH
OCHOBHe 00/1eCTH, HEYPOXUPYPT HEKO/IMKO ITyTa Of/Iarao.

Ila je Tox 6omect 610 moBosbaH, 61Ia 611 pasMarpaHa
He(dpeKToMIja, Koja ce y HeKUM LIeHTpUMa Py TUHCKI 13-
BOJIV KaO YHM/IaTe€Pa/IaH MOCTYIAK, KOjIM Ce CMarbyjy I'y-
Ouiy OenaHyeByHa, WM O1IaTepaaH, Hoc/e Kojer II04n-
e NIPMMeHa IePUTOHEYMCKe IUjanuse JOK JieTe He Jio-
CTHUTHe Te/lecHy Macy of 9 kg, kaja ce BpIIM TPaHCIUIaH-
taruja 6yopera [7].

IIpenaTanna fujarHosa y mopojniiaMa ¢ NO3HATUM
PM3MKOM 3a KOHIeHUTaTHU HePOTCKU CUHAPOM, Kaji
rof je To moryhe, Tpeba Jia ce 3aCHMBA Ha MOJIEKy/TapHO-
FeHeTCKOj aHa/msu. Pesynraru ce Mory goburi 6p3o ako
je MyTalMja yHanpes, II03HaTa, alii aKo OHa HUje UJEH-
T(PMKOBAHA WM HEMA IPETXOHO OOIeCHNX Y IIOPOAN-
1111, TPeHaTa/IHa [IjarHo3a je 13a30B, jep TeH NPHSI numa
29 ersona 1 moTpebHO je ZOCTA BpeMeHa 3a BIXOBY aHa-
/3y [4]. Ha mytanuje y reny NPHSI ce MO>Xe CyMBbaTu
aKo je HMBO anda-deronporenta (AFP) NOBUILIEH y aM-
HJOHCKOj TEYHOCTI 11 y CepyMy MajKe, I0CeOHO aKo Y-
TPa3BYYHUM IpernefioM HUCY yodeHe aHoManuje [THC
(mocmeBa ,IypemeM” eTamHMX I/Ia3Ma-IIPOTENHA ITy-
T€M JIMKBOpa VIN NPOTEMHYPUIHOT YpUHA Yy aMHIOH-
CKy TEJHOCT, @ 3aTVM Yy KPBOTOK Majke). CMaTpa ce fia cy
BpenHoct AFP y aMHMOHCKOj TeuHocTH noBehaHe ako
cy net nyTa Behe o mpoceyne BpeHOCTH. XeTepO3UTro-
1 3a NPHSI mory Takobe fa MMajy po/asHo MOBUIIEH
HuBO AFP (1 o 50 myta Behu off mpoceyHor), I1a Ta 3aTO
Tpeba Bulle IIyTa IIOHAB/baT! TOKOM IpBUX 20 Hemeba
recTaryje, IOrOTOBY TOKOM APYTrOT TPUMeCTpa TpyAHOhe
[1]. Y cnenehoj TpynHohu Majke mpukasaHor 60/1ecHuKa
H1Bo AFPy kpBu je onpebusan y 12. Hefie/bu recrarmje n
6110 je y OKBUpMMA ITPOCEYHNX BpegHocTH (3,468 IU/ml).

ITpuxasanu 60IECHNK je MMAO CBe TUIIYHE (PEeHOTHII-
CKe OJI/IMKE C pa3BojeM TEeNIKMX U JIeTaTHUX KOMIIIMKa-
qua, C TUIINYHUM OIITNYKOMMKPOCKOIICKMM Ha/lTa3oOM
nperiesia TKuBa OyOpera, y3 KOHa4Hy IIOTBP/Y AMjarHo-
3e MOJIEKY/TAPHOTE@HETCKVIM MEeTOJIOM, IITO je oMoryhn-
JIO yCIIelHy, Op3y 1 IIPeL3HY IpeHaTa/lHy [A1jarHo3y y
HapefHoj TpyAHOhM MajKe.
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3AXBATHUIIA

MoJieKymapHOT€HEeTCKy AMjarHO3Y YPajuo je mpod.
Opunxenm Xunpebpauy (Friedhelm Hildebrandt) ns Me-
IVIMHCKOT IIeHTpa Y HuBepsuTeTa y Muunreny,y En Ap-
6opy (CAIl). CrpydHK aTOXMCTOMOMLIKY IIperyes 0ba-
BuIa je mpod. JacMuna JIumkosckn u3 VHcTUTyTa 32 I1a-
tomorujy Meguuunsckor gakynrera YHusepsurera y be-
orpapy. IlocTynak npenaranHe jujarHose U3BEJEH je y
okBupy I'enerckor caperoBammmTa VIHCTUTYTa 3a 3/1paB-
cTBeHy 3aurtury majke u fete Cpouje ,,JIp Byxan Yynuh®,
y3 yueuthe np Maje Bopbesnh, np Kapxka [Tysurahe n gp
Anpujana Capajmmje, u JlabopaTopuje 3a MeVILIMHCKY Te-
HeTVKY JCTe yCTaHOBe. ['eHOMCKa aHamm3a je o6aBbeHa
y Cliniques universitaires Saint-Luc y Bpuceny (Benrnja).

HAIIOMEHA

Pap je ypaben y okBupy npojexra 6poj 145046 Muuu-
CTapCTBa HayKe 1 3alUTUTe )KMBOTHE OKo/IMHe Perry6rke
Cpbuje.
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CONGENITAL NEPHROTIC SYNDROME

Nata3a STAJIC, Jovana PUTNIK, Aleksandra PARIPOVIC, Slavisa DJURICIC, Radovan BOGDANOVIC
Mother and Child Health Institute of Serbia “Dr Vukan Cupi¢’, Belgrade

INTRODUCTION Congenital nephrotic syndrome is usu-
ally presented with heavy proteinuria, hypoproteinaemia,
oedema and hyperlipidaemia in a child from its birth until
the age of 3 months. Aetiology of the disease is mutation in
the relevant gene or it develops secondary to various infec-
tions. The most common form of congenital nephrotic syn-
drome is caused by mutation in gene for nephrin, the most
important protein of the slit diaphragm.

CASE OUTLINE We present the patient with the clinical and
laboratory signs of nephrotic syndrome expressed in the first
day of life. Despite the adequate and regular substitution,
antiproteinuric and antithrombotic therapy, complications
occurred and the patient deceased. Genetic analysis revealed
homozygous mutation in gene for nephrin (614del8ins2TT).
Three years later, in the patient’s mother who was in the
12th week of pregnancy at that time, biopsy of chorionic villi
was performed and the foetal genetic material showed het-
erozygosity for the same recessive mutation which meant
that the foetus had the status of a carrier. To the best of our

knowledge, this is the first family in Serbia in which prenatal
molecular - genetic testing for the congenital nephrotic syn-
drome was accomplished.

CONCLUSION We wish to stress the importance of molec-
ular diagnosis in patients with congenital nephrotic syn-
drome in order to perform early prenatal diagnosis in future
pregnancies.

Key words: congenital nephrotic syndrome; prenatal diag-
nosis; nephrin
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