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Pesiome. B cmamove asmopbr anaauzupyrom danHvie aumepamypol, a maKyice pe3yabmamol cCOOCMEeHH020 MHO~
20/1emHe20 onbima OUASHOCMUKU 2eHemu4ecKy 0emepMUHUPOBAHHbIX 3A001€6aHU NOYEK, CONPOBONCOABUIUXCS
Dpa3eumuem XpoHu4eckoi noueuHoil Hedocmamounocmu. M310ceHbl 0CHO8HbIe NPUHUHBL 3A004e6aHULL, NPUHUYU-
notL ux duaenocmuiu u aevenus. Ilpueedeno kaunuueckoe HabaOeHue Nayuerma ¢ aKkpopeHalbHbIM CUHOPOMOM,
OCAONCHUBUUMCS PA3BUMUEM XPOHUHECKOU NOYeUHOU HedOCMamo4HOCMU.

KiioueBble cii0Ba: cenemuueckue neghpponamuu; XpoHuueckas NOYeUHAas HeOOCMAMOYHOCIb, 0emu,; 2eMooua-

AU3; AKPOPEHANbHBLI CUHOPOM

Ha ceromHsimHui 1eHb HACIEACTBEHHBIE U BPOX-
JNeHHbIE 3a00JIeBaHUS TTOYEK SIBJISIOTCSI OMHOM U3 Be-
OYIIMX TPUYMH WHBaJUAU3ALUMKU JACTE U B3POCIBIX
[1-3]. Bonee yuem y 70 % manueHTOB XpOHUYECKas
noyeyHasi HemoctaToyHocTh (XITH) oOycrnosieHa
MMEHHO 3TOM rpymnmnoil 3aboneBaHuii [4]. AKTyallb-
HOCTbh JWAarHOCTUKM W AKTUBHOIO HaOMIOAEeHUS 3a
BPOXIEHHBIMU W HACJIEICTBEHHBIMM 3a00JIeBAHUSIMUI
B Hedposorun oOyciioBJieHa MOTEHIUAJIbHBIM pa3-
BUTHEM XpOHWYECKOTO 3abojyeBaHus mouek (X3I1) c
¢dopMuUpoBaHUEM XPOHUYECKON TMOYEYHOM HemocTa-
TOYHOCTH |3, 5, 6].

Ilo manHbiM cTaTucTuku, Gojee 50 % nmereil u
15 % B3poCHBIX TIOJyYalOT 3aMECTUTEJbHYIO TTouey-
Hy10 Tepanuio B cBsi3u ¢ XITH, pa3BuBiieiics Ha ¢poHe
HacJIeACTBEHHO JeTepMUHUPOBAHHBIX 3aboJieBa-
Huii mouexk [7, 8]. [TocaenHue BCTpeyaroTCs TOpas3ao
yaiie, 4eM OOBbIYHO MPEACTaBIISIETCSI. DTO CBSI3AHO C
HEIOCTaTOYHON OCBEIOMJIECHHOCTHIO MPaKTUUYECKUX
Bpayell C KIMHMYECKUMMM IPOSIBICHUSIMU HacJIeI-

CTBEHHBIX 3a00JieBaHUI U HEMHOTI'OUMCICHHOCTBHIO
AIUIEMUOJIOTUIYECKUX UCCACIOBAHUM, TOCBSIIIIEHHBIX
JTaHHOMY BOITPOCY, MO3IHEN JMarHOoCTUKOI [4, 6].

B 3aBuCHMMOCTU OT CTPYKTYypbl MOpaxkeHUil Ha-
CJIECTBEHHbIE M BPOXIEHHbIC 3a00JIeBaHUST MPOSIB-
JISIIOTCSI Ha OPTaHHOM YpOBHE (KaK aHOMAaJuM IMOYeK
U OpPraHOB MOYEBOM CUCTEMbI), TKAHEBOM (KaK IO-
YEYHbIE TUCTIIa31M), KICTOYHOM (KakK TyOyJonaTuu),
XPOMOCOMHOM (aHOMaJIMM ayTOCOM M TTOJIOBBIX XPO-
MOCOM) KaK HacJIeICTBEHHbIE 3a00JIeBaHUSI B KJIACCH -
YeCKOM IMOHMMaHUN U Ha TEHHOM YPOBHE KaK peaKue
cuHApOMEI [9—11].

B cBoto ouepenn, HacaeACTBEHHBIE He(hpOIaTUN —
3a00JIeBaHUSI TIOYEK, Pa3BUTHUE KOTOPHBIX CBS3aHO C
MYTallMsIMU OJHOT'O MJIM HECKOJIbKUX T€HOB, Iepeaa-
IOIIMXCS TT0 HacieacTny [4, 12, 13].

Boiaensior cienytoiue rpyrnmnbl FeHETUYECKUX 00-
JIE3HEW MOYeK:

1. MoHoreHHO-HacJjenyeMble — MOJ0OMKa OJHOTO
reHa, MposIBJICHUE MYTallMU HE CBSI3aHO C BIUSIHUEM
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(dakTopoB BHEIIHE cpenbl. Boimensior 3 Tuna Ha-
cliefoBaHUs HedponaTuil: ayTOCOMHO-IOMUHAHT-
Hble (IMoYyeyHasl IJIIOKO3ypUsi, HEKOTOPbhIE BapUaHThI
cuHApoMa AJsblnopTa), ayTOCOMHO-PELEeCCUBHBIE
(mmctuHypust, 6ose3nb ge Toau — Jlebpe — DanH-
KOoHM, cuHApoM baprrepa, mepBuYHas OKcaaypus),
CIIeTJIEHHBIE ¢ TToJIoM Hedponatum (runodocdate-
MUWYECKUI paxuT, Kjlaccuiyeckrue (hopMbl CUHAPOMA
AJbriopTa, HecaxapHbIlt TaoeT).

2. [MonureHHO HaciemyeMmbie HeppoImaTUM — II0-
JIOMKa HECKOJbKHUX TeHOB, MIPOSBIISIONIASICS IIPU He-
OJIarONpUsITHOM BO3/ACHCTBUU BHelIHel cpenbl. K
HUM OTHOCSITCSI AMCMeTaboJnvYeckre HedpomaTuu,
CBSI3aHHBIE C MAToJOTMell TpunToaHOBOTO OOMeHa,
MypUHOB, OOMeHa IaBejeBOil KUCIOThl M np. Ilo-
clielHUe pa3BUBAIOTCS MIPU HENIPaBUJILHOM MUTAHUU,
JIJIATEJIbHOM OTPaHUYEHUM KUAKOCTH, TTOCTyIaloIei
B OpraHu3M, MOBTOPHBIX WH(MEKIIMOHHBIX 3ab0JieBa-
HUSIX, TOKCUYECKUX, aJJIEPTUYECKUX BO3ACHCTBUSIX.

3. 3abosieBaHUsI, IPU KOTOPBIX ITUOJOTMUYECKU-
MU (pakTopaMM SIBJISIOTCS BHEITHWE BO3ICHCTBUS
(MUKpPOOBI, BUPYCHI, TOKCUHBI), HO peaju3alus Ux
BO3IECTBUS ITPONCXOINT Y MHINBUAYYMOB C TCHETH-
YecKOi MpeapacooXeHHOCThIO K 00JIE3HIM TTOYEK.
Tax, pazBuTue riaomepyioHedpuTa y yjieHa CEMbH, B
KOTOPOI UMEIOTCS APYTUe POICTBEHHUKHN C UMMYHO-
Ie(ULIMTHBIMA COCTOSTHUSIMU, MOXKET OBITh paclieHe-
HO KaK pa3BUTHE MATOJOTUM TIPU HATUYNM TeHETUYC-
CKOW IIPeapacIioNOoXeHHOCTH.

I'eneTnuyeckue 3a001eBaHUS MMOYEK MPOSIBIISIIOTCS B
paHHEM BO3pacTe, HepeaIKO KOMOMHUPYIOTCS C MOPOKa-
MU APYTUX OPTaHOB, a JJIsI HEKOTOPBIX BAPUAHTOB Ma-
TOJIOTUM (OUCILIA3Ms MOYeK, TyOyJI0naTUM, MOYSUHbII
aMUJIOMA03) XapakTepHO (OPMUpPOBAHUE MOYECUHOM
HEJIOCTATOYHOCTH YK€ B IeTCKOM Bo3pacrte [10, 14].

Oco0y1o rpyrny 3a00JeBaHUi TTOUYEK COCTaBISIIOT
Hedpo- W yporaTuu, pa3BUBAMOIIMECS MPU XPOMO-
COMHBIX 00JI€3HSX, CBSI3aHHBIX C XPOMOCOMHOM WJN
reHOMHOI MyTauuei [3, 6].

AKpopeHaJIbHBINA CHHIPOM — PEJIKO BCTPEUAIOIINIA-
cs meeKT pa3BUTUS KOHEYHOCTEH B COYECTAHUM C
aHoMaJiMel moyek. AHOMaJIMM KOCTe KOHEYHOCTEM
HOCSIT ABYCTOPOHHMI XapaKTep, C pacIIeIUICHUEM K-
CcTell Wi CTyNHEeN (3KTPOJAKTUINM), B Oojiee peaKux
ciyvasix HabmonaloTces Ae(eKThl TydeBOi U TOKTEBOIA,
a Takxe 00JIbIIe0epIIOBO U MaJ00epIIOBOM KOCTEIA.
AHOMaIMM MOYEK yallle BKIOYAIOT areHe3uIo, MOJIu-
kucTo3. KnnmHuyeckass KapTMHA 4acToO JAOIOJIHSIETCS
MaTOJO0rMei MOJ0CTU PTAa U HUXKHEH YeJIIOCTU, Tpaxeu
u 6poHxoB. PacnpocTpaHeHHOCTh cocTaBisier 1 ciy-
yaii Ha 1 000 000, Tun HaciegOBaHUSI ayTOCOMHO-Pe-
LeccuBHbIN [ 15, 16]. B tutepaType onucano okoJo 20
MalMEeHTOB C TTOJ00OHBIM CUHIPOMOM.

J71s1 WILTIOCTPAIIK BHIIIIEU3JI0KEHHOTO TTPUBOIUM
COOCTBEHHOE KJIMHUYECKOEe HAOJI0IeHE.

PeGenok b., 11 yeT, MyXCKOro 1oJjia, MOCTYIIUJI B
mHoromnpodunbHeiil ctaunonap OJKDB ¢ xamobamu
Ha MHOTOKPATHYIO PBOTY, PE3KYIO BSIJIOCTb, 3aTOPMO-
JKEHHOCTb, CHMKEHHUE MACChI Tejla, COHJIMBOCTh, CHU-
JKeHUe nuype3a. YKa3aHHbBIC XKalo0bl, CO CJIOB pOJUTE-

JIell, TOSIBUIMCH Yepe3 3 HelaeaU TOocie TTOrPeIIHOCTH
B AMeTe. 3a MEAULIMHCKOM MOMOIIbIO He 00Opalllaluch,
JIUMJIMCh Ha Aomy. Yepes Hemesto OT Havasia 3adosie-
BaHUSI MOSIBUJIKMCH IAaCTO3HOCTb HMXKHUX KOHEUHO-
CTeil, oTeKHu Ha Julle, mee. B TeueHue mocaeayonmx
JIBYX HeJieJb HapacTajia BsJIOCTb, OTMEYaJI0Ch CHUXE-
HWE anTeTuTa, MOSBIIMCh MHOTOKpATHasI pBOTA, TO-
JIOBHbIE 060y1. PeOeHOK rocnuTaainu3upoBaH B OTAEe-
HIe MHOTOTIPO(PMIIBHOTO JETCKOTO CTallMoOHapa.

AHaMHe3 XXM3HU: MATbYUK OT 4-if HOPMaJIbHO ITPO-
TeKaBIIIell 0epeMEeHHOCTH, 4-X CPOYHBIX POIOB B CPO-
ke rectauuu 39—40 "Henenb. Pomuiics ¢ Maccoil Tesa
3000 r, 3akpuyai cpasy, Ha TPyAHOM BCKapMJIIMBAaHUU
o 2 net. Hagan xoguTh ¢ ABYXJIETHETO BO3pacTa, 4To
ObLIO OOYCIIOBJICHO aHOMAalMEl CTPOEHMS HUKHUX
KOHeyHocTeli. Ha mepBoM roay >KM3HM TIpU TIPOBeE-
JIeHUU yJIbTpa3ByKoBoro ucciaenoBanus (Y3M) obu1o
O0Hapy>XeHO YMEHbIIIEHME ITOYEK B pa3Mepax, OIHAKO
B JaJibHelIeM pebeHOK He HabJoaancs y HedpoJo-
ra, Y31 He npoBOAMIOCH, HA AUCTTAHCEPHOM yUeTe He
COCTOSIT B CBSI3M C XXeJlaHUueM poauteseil. CeMeiHbIi
aHaMHe3 OTATOIIEH: IIEPBBII peOeHOK yMep Ha BTOPBIC
CYTKW XW3HU, TUArHO3 «MHOXECTBCHHBIC BPOXICH-
HBIC TTOPOKM Pa3BUTHSA (TTATOJIOTHUST BEPXHUX W HUXK-
HUX KOHEUHOCTEI, maTojiorus Iouek)». JIBa Opara
(16 u 19 ner) 3m0poBLl. PoguTeau Ha nUCIIaHCEPHOM
ydeTe y CIIEIMAINCTOB HE COCTOST. AJIJIepTAYeCKUit
aHAMHEe3 y JaHHOTO MalleHTa OTSITOIIeH, OTMEeUaeTCs
MMUIIeBast aJuIePrusl.

IMpu noctyruieHuu cocrosiHue Tskeynoe. Co3HaHue
COMHOJICHTHOE, TIPOAYKTUBHOMY KOHTAKTy HE TOCTY-
MeH; OJeAHOCTb, MKTEPUYHOCTb, CYXOCTh KOXHBIX
IOKPOBOB U CJIM3UCTBIX 000JI04eK. PU3nyeckoe pas-
BUTHE NUCTapMOHUYHOE, HUXXE CpelIHero Io macce.
BobipaxkeHbl OTeKM Ha JIMLEe, XUBOTE, Oepax, HUKHUX
KOHEYHOCTAX. MIMeeT MeCTO 3KTPOJaKTUINS BEPXHUX
W HUXHUX KOHEYHOCTeW. ['pyaHast KjeTka OObIYHOMN
dopMbI, 00e ee TOJOBWMHBI ONMHAKOBO 3aleiiCTBO-
BaHbl B aKTe MbIXaHUS. YMEPEHHBIH S-00pa3HbIi
CKOJIM03 TPYOHOTO OTIeJia Mo3BOHOUYHMKA. Yacrora
IbIXaHus — 28 B 1 MUH, TUI OBIXaHUS CMEIIaHHBIN.
[Ipu mepKyccum JIETKUX BEHISBIICHO YKOPOUCHHE JIe-
TOYHOTO 3BYyKa B 0a3aJIbHBIX OTACTIaX. AYCKYJIbTaTUB-
HO ObIXaHHWE OCJIa0JIeHO, CIIpaBa BBICIYIIUBAIOTCS
MEJIKOITy3bIpUaThie BJAXKHBIC XpUIBI. TOHBI cepala
MIPUTIYILICHBI, OMPEACISIeTCS MITKUIA CUCTOINYECKUI
myM B Touke botkuna — Opba. Ilynsc 102 ya/mMuH,
PUTMUYHBIA. ApTepuanbHoe gapieHue — 140/100 mm
pT.cT. SI3BIK 00J10KEeH OeJIbIM HaJleTOM, CyXoii. 2KuBOT
aKTUBHO y4acTBYeT B akTe nbixaHus. [Ipu nanbnanuu
JKUBOT MSTKUI, 0e300s1e3HeHHbI. [TeyeHb HA 6 cM
BBICTYMAET M3-MOA Kpasi peObepHOU Ayru, maoTHas.
Cene3eHKa He yBeiqmueHa. Peakmus 3padykoB compy-
JKeCTBEHHAs; YyBCTBUTEIHLHOCTh coxpaHeHa. Cyxo-
KVTbHBIC TITYOOKME pedIeKChl CHMMETPUIHBIE.

AQHHbIe AQ6OPATOPHOro UCCAEAOBAHUS

B xnuHunueckom aHanuse kpou: Hb — 91 r/i,
ap. — 3,5 x 10%2/a, OI1 — 0,9, neidkouuTbl —
9,0 x 10°/n, so03unHopunsl — 1 %, maaouykosiaep-
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Hble HeWTpoduasl — 1 %, cerMeHTOsIAEpHbBIC
HeiTpoduasl — 90 %, numdbouutsl — 6 %, MOHO-
HUTHl — 2 %, CKOPOCTb OCeIaHUsl SPUTPOILIUTOB —
48 MM/4.

B kimHUYeCKOM aHaIM3e MOYM: KOJIMYECTBO —
50,0 MJ1, IBET — CBETJIO-XKENThIN, MPO3PAaYHOCTh —
cnabomyTtHast, pH — ciabokucablii, OTHOCUTEbHAS
miotHocTh — 1,011, 6estok — 7,65 1/i1, TeKOUUTHl —
20—25 B 11/3, 9pUTPOLUTHI MI3BMEHEHHBIE — 4—6 B I1/3,
CNTU3b — MHOTO, 0AKTEpUN — HET.

Ilpy OUOXMMHUYECKOM HCCIECAOBAHUU KPOBU:
obuuii 6enok — 51 r/n, A/T = 0,9, xolectepuH —
5,2 mMmoab/1, ¢ochop — 1,8 MMOIB/, KanbIuit —
1,8 Mmoab/a, depputudn — 90 Hr/miu (LieseBoe 3Ha-

yeHue npu XIITH — Oomnee 100 Hr/mia); ypoBeHb
a30TUCTBIX IIUIAKOB: KpeaTuHUH — 0,947 mMMoab/n
(Hopma — 0,027-0,062 MMoyb/71), MOYEBMHA —

91,0 mmounb/a (Hopma — 1,8—6,4 MMOJIb/1T), CKOPOCTD
KJIyOOUYKOBO# (DMIbTpAllUU — 8 MJI/MUH.

HaHHble nonrieporpaduu NovyeK npeacTaBIeHbl B
Tab6a. 1.

3aKirroueHe: YMEHBIICHNE JTUHEIHBIX pa3sMepoB
MOYeK, TTOYKNA HeTIPaBUIbHON (POPMBI C HEPOBHBIMU
KOHTYpaMH, KOPKOBO-MO3TOBasg auddepeHINAINS
orcyTcTByeT. KpoBOTOK B ITOUKaxX HE OIpeneIsieTcs.

DrekTpokapanorpadus: CMHycOBas TaXWUKapaus,
YacToTa cepaeuHbIx cokpameHuit 103 B 1 MuH. Bonb-
TaXX yMepeHHO cHUXeH. HapyieHus penoaspusanuu
10 3aJHEH CTEHKE JIEBOTO XKeIyI04Ka.

Jonmnnep-sxokapauorpadus: NMACTOJINYECKAS
JJIUHaA JieBoro Xeaygouka = 40,5 MM, cucToanye-
cKasl JUIMHA JIEBOTO Xeayaouka = 42,4 MM, TOJIIMHA
3aMHEN CTEHKHU JIEBOIO Kelyaouka = 6,1 MM, TOJIIIM-
Ha MeXKeTydoYKOBOU reperopoaku = 7,0 MM, nua-
CcToJIMYECKasl AJMHa MpaBoro xejaymouyka = 19,2 Mm.
MurtpanbHas peryprutanus II cr. CHUXXeHne cokpa-
TUTEJbHOU CIIOCOOHOCTM MUoOKapaa (dpakius BbI-
6poca = 52 %). Buinot B nepukapie 10 4 MM.

KoHcymbTammm crieinaaicToB:

— OKYJIMCT — aHTHOITIaTUs CETYATKH;

— HEBpOIIaTOJIOT — IepeOpacTCHUUECKUI CHH-
ApOM,

— TEHETUK — aKpPOpPCHAJIbHBI CUHAPOM (THIIO-
IUTa3us TMOYeK, ITOoYeYHas HEeJOCTaTOYHOCTh, 3KTO-
JaKTUJINS).

Ha ocHoBaHUM BBIIIEU3TOXEHHOTO OBUT yCTa-
HOBJIEH KJIMHUYECKUN [IMAarHO3 «aKpOpPEHaJIbHBIN
CUHIPOM. DKTPOJAKTUINS BEPXHUX UM HUXKHUX KO-
HeuHocTeil. XpoHuueckoe 3abojieBaHUEe TMMOYeK V CT.
IToyeyHas nucniasus (BTOPUYHO CMOPIIEHHBIE MTOY-
K1). XpoHUYecKas nmoyeyHasi He1ocTaTouyHoCTh IV cT.
(TepMuHanbHas ctagusi). BTropuuyHas apTepuanbHas
runepTeH3us. BropuuHas kapauoMuonaTus. YpeMu-
yecKas sHIeharonatus. YpeMUUecKUi ITyJTbMOHHAT,
TUAPOTOPAKC. ACIIUT».

C y4eTOM TSIKECTU COCTOSHHUSI OOJIBHOTO, aHy-
puM, apTepuaJbHOM TUNEPTCH3WU, BHICOKOTO
YPOBHS a30THUCTBHIX IUIAKOB IIPOBOAMIIACH 3aMe-
CTUTEJIbHAS TOYCUYHAsT Tepamnusl (XpOHWUYECKHUI Te-
MOAuanan3), a TakKkKe CUMIITOMaTudecKas Teparrus.
Coyctsa 10 Mecs1ieB OT Hayaja MPOBEICHUS 3aMe-
CTUTEJIbHOM IMOYEeYHON Tepanuu peOdeHKY BBIMOJI-
HEeHa pOACTBEHHAs TpaHCIJIAaHTALMs IIOYKHU OT OTLIA
B XapbKOBCKOM OO0JIJAaCTHOM KJIMHMYECKOM LIEHTpE
yposioruu u Heppoysoruu uM. B.U. [llanosana. I1o-
clieonepallMOHHBINA MepuoI MpoTeKaa 0JaronpusT-
Ho. Brinucan nomoit yepe3 1 mecsil nmocjie omepa-
TUBHOTO JIEUEHHUSI C HOPMaJbHBIMU ITOKa3aTeJsIMU
azoTucToro oomeHa. HabiaronaeTcs B yCJIOBUSIX CIle-
OUaJTN3NPOBAHHOTO CTallMoOHapa, HedpoJIoroM-
TPAHCIJIAHTOJIOTOM BEIETCS CTPOTH KOHTPOJb
BBITIOJIHEHUS ITAlIMEHTOM TIPOTOKOJIAa MMMYHOCY-
IIPECCUBHOU TEpaTTnM.

Ocob6eHHOCTh JaHHOTO KIIMHUYECKOTO HAOTIOMCHIS
3aKJII0YaeTCsS B MaJOCHMIITOMHOM Hadaje 3a0ojieBa-
HUSI, OTCYTCTBUM aAeKBAaTHOTO HAOIIOACHMUS, TIPOrpe-

Ta6bnuya 1. aHubie gonnneporpagumn novyek

MpaBas nouyka

JleBas no4yka

MonoxeHune HedponTos | HedponTos |

dopma LLlapoBuaHas LLlapoBuaHas

KoHTypbI HepoBHble HepoBHble

[paHuLbl He4yeTkne He4yeTkne

Pasmepbl OnvHa — 4,2 cm, wnpnHa — 2,8 ¢m OnvHa — 4,5 cm, wnpuHa — 2,7 cm
KpoBoTok He onpepensetcsa He onpepensetcs

TonwmHa napeHxnmbl

9,8 MM B cpeHEM CErMeHTe

12,6 MM B CpeaHEM CErMeHTe

OXOreHHOCTb NapeHXMMbI

Pe3Kko nosbliweHa

Pe3ko nosblweHa

CTpyKTypa napeHxumbl

OpHopoaHas

OnHopoaHas

KopKoBo-Mo3roeas anddpepeHumaumns

OtcytcTBYET

OtcytcTBYET

CocTosiHME NONOCTHOM CUCTEMBI

He nameHeHa

He nameHeHa

30Ha nogKancynbHOM UwemMnm

OTteK

OTek

MNapanedpui

M3meHeH, d — 4,4-MM CNOM *WAKOCTH

M3meHeH, d — 4,1-MM CNON *XUAKOCTH
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JUEHTHOM TE€YEHMU XPOHUYECKOro 3a0ojieBaHUS MO-
YyekK, 4YTo 00yCca0BUIO Mo3AHI00 nuarHoctuky XITH 1V
CT. y pebeHKa ¢ aKpopeHaJbHbIM cCUHIpoMoM. [Tocren-
Hee CBUICTEIbCTBYET O HEIOCTAaTOYHOM HAaCTOPOXKEH-
HOCTH/OCBEIOMJIEHHOCTH MEIUIIMHCKUX PaOOTHUKOB
OTHOCUTEJIbHO KPUTEPUEB TUaTHOCTUKU BHICOKOTO PU-
cka pasputust X3I1, XITTH u nedyenust naHHO TTaToJIO-
TUHN Y JeTeH ¢ TCHETUIECKUMU He(PPOTIaTUSIMH.

BoieckazaHHoe OOOCHOBBIBAET liejecoo0pas-
HOCTh YCOBEPIICHCTBOBAHUS KPUTCPUEB PaHHEH 1ra-
THOCTUKM U COBpeMEHHBIX MeToJ0B JeyeHus XIIH y
JIETeW C HACJIEACTBEHHO NETEPMUHUPOBAHHOW MAaTO-
Jjorueit mouek. Jletu ¢ Xopouo (PyHKIMOHUPYIOIIUM
TPAHCILJIAHTATOM MMEIOT BHICOKME IIAHCHI ONITUMAJIb-
HOM (PM3UYECKOI 1 COLMANIbHOM peaduInuTaLIiu.

KondaukT unrepecoB. ABTOPHI 3asBJISIIOT 00 OTCYT-
CTBUU KaKOTO-T1M00 KOH(MIMKTa UHTEPECOB MPU MO~
TOTOBKE JJAHHOM CTaTbU.
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"XapKIBCbKA HALIOHQABHU MEAMYHUA YHIBEPCUTET, M. XQPKIB, YKpQiHO

2K303 «OBAQCHQ ANTSIHA KAIHIYHQ AIKQHS», M. XQPKiB, YKpaiHa

PoAb HedponaTin reHeTUYHOro reHesy Y GOpPMYBOHHI XPOHIYHOT HUPKOBOT HEAOCTATHOCTI Y AiTen
(KAiHIYHe cnocTepeXXeHHs AUTUHU 3 AKPOPEHAABHUM CUHAPOMOM)

Pe3iome. Y crarri aBropu aHasi3yoTh JaHi JiTepaTypH, a Ta-
KOX pEe3yJIbTaTU BJIACHOTO 0araTopiyHOro AOCBidy AiarHoc-
TUKW TEHETUYHO AETEePMiHOBAaHMX 3aXBOPIOBaHb HUPOK, IO
CYIMPOBOIKYBAJIUCSI PO3BUTKOM XPOHIYHOI HUPKOBOi He-
JIOCTaTHOCTi. BUKJIaneHO OCHOBHI MPUYMHU 3aXBOPIOBAHb,

MPUHIMUIIN 1X TiarHOCTUKU Ta JIiKyBaHHS. HaBeneHo KiiHiuHe
CITOCTEPEKeHHS 3a TAlliEHTOM 3 aKPOPEHATTbHUM CUHIPOMOM,
YCKJIaIHEHUM PO3BUTKOM XPOHIYHOT HUPKOBOI HEIOCTATHOCTI.
Kimo4oBi ciioBa: renetnyHi Hedpomnartii; XpoHiyHa HUPKOBA
HEJIOCTATHICTb; AiTH; FeMOJliali3; aKpOpeHaTbHUI CUHAPOM

M.A. Gonchar’, A.S. Senatorova’, G.R. Muratov'?, E.V, Omelchenko’, .M. Galdina™?, E.M. Pushkar?, N.N. Yablonskaya?,

T.F. Kolibaeva?, A.A. Khomovskaya'
'Kharkiv National Medical University, Kharkiv, Ukraine
2Regional Children’s Clinical Hospital, Kharkiv, Ukraine

The role of genetic nephropathies in the formation of chronic renal failure in children
(a clinical observation of a child with acrorenal syndrome)

Abstract. In the article, the authors analyze the literature, as
well as the results of their own long-term experience in the di-
agnosis of genetically determined renal diseases accompanied
by the development of chronic renal failure. The main causes
of diseases, the principles of their diagnosis and treatment were

outlined. Clinical observation of a patient with acrorenal syn-
drome with complicated development of chronic renal failure
is given.

Keywords: genetic nephropathies; chronic renal failure; chil-
dren; hemodialysis; acrorenal syndrome
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