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AHHOTALUA

Hedporodriz GaHkoHM OTHOCHUTCS K CeMEHHBIM 3a00J1€BaHUAM C ayTOCOMHO-PELIECCHBHBIM THIIOM HACJIEIOBAHMS U XapaKTePH3yeTCs oMUy pUe u
HoJIMJUIICHEH, nocTeneHHbIM pa3BuTueM XITH. Bo3moxHBI HewacTble cilyyan criopaanyeckoro 3abosieBanus. IIpeanosararor, 4To NEepBUYHBIM
spisercs 1eeKT B pepMEHTHBIX CHCTEMAaX JUCTAIbHBIX KaHAIBLIEB, BEAYIIUH K IeTeHepalluy X d1UTeNusd U GHUOpo3y HHTEPCTULNATIBHON TKaHH.
B cratbe mpexcraBieH ciyuyail M3 NPAKTHUKH y JEBOYKM 7 JIeT. AHAJIOIMYHbIE HPOSBICHHS OONE3HM OTMEUaNInuCh y OpaTheB JICBOUKH,
3aBEPIINBIIMECS JIETAIBbHBIM UCX0J0M. JJaHHBIH Cilydail sIBIseTCsl J0Ka3aTeIbCTBOM TOI0, YTO IPMYMHON psiJia IOYEYHbIX 3a00JIeBaHHUIT SIBIAIOTCS
6nu3kopojcTBeHHble Opaku poauteneid. Ilpoduiaktuky Oone3HM HEOOXOOUMO OCYINECTBIIATH B IPOLECCE MEIUKO-T€HETHYECKOro
KOHCYJIbTUPOBAHMS, OCOOCHHO B CJIy4ae IIOBTOPHBIX 3ITH30JI0B JeTabHOCTU OT XIIH HECKOJIBbKUX YJIEHOB CEMBH.

Krouesble ciioBa: HepponodpTuz PaHKOHU, XPOHUYECKAs! IOUEHHAsT HEIOCTATOYHOCTb.

Ganiyeva Marifat Shakirovna

Associate Professor of Hospital Pediatrics Department

Rakhmanova Lola Karimovna

Associate professor of the Department of Children's Diseases of TMA Ne 2
Majidova Nilufar Mansuralievna
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A CASE FROM PRACTICE - NEFRONOFTIZ OF FANKONI

ABSTRACT
Nefronoftiz of Fankoni belongs to family diseases with an autosomal recessive mode of inheritance and is characterized by polyuria and polydipsia,
the gradual development of CRF. There may be infrequent cases of sporadic disease. It is believed that the primary defect is in the enzyme systems
of the distal tubules, leading to degeneration of their epithelium and fibrosis of the interstitial tissue. The article presents a case from the practice of
a girl of 7 years. Similar manifestations of the disease were noted in the girl’s brothers, which were fatal. This case is evidence that the cause of a
number of kidney diseases are closely related marriages of parents. Prevention of the disease must be carried out in the process of medical and
genetic counseling, especially in the case of repeated episodes of mortality from several patients in the CRF.
Key words: Fanconi nephronophtisis, chronic renal failure.

Hedponodpriz daHkoHn (CHHOHUM: CEMEHHBIH FOBEHWIBHBIH  NPOKCHMAIIBHBIX, IEPEMEHbI B KIyOOUKax SIBISIOTCS BTOPHYHBIME
HEe(POHOPTH3) OTHOCHUTCS K CEMEHHBIM 3a00JieBaHUAM ¢ ayTocoMHO-  [10,11,12]. B HEKOTOpBIX CHTyalMsIX B CYOKaIllCyJIpPHOH dacTH
PELIECCUBHBIM THIIOM HACIIEIOBAHUS M XapaKTePH3yeTcs MOMUYpHel 1 HaONIONAIOTCs paclIMpeHHe KIyOOYKOB, M HEOOJBIIOE YHCIIO KHUCT
MOJIAANIICHEH, ocTenieHHbIM pa3ButreM XITH. Bo3moxkHBI HewacTele  (muamerp 2-8 MIJUTUMETpa) B 001aCTH COOUpATENIbHBIX TPYOOK, B IIETIIe
clIyJau criopaaudeckoro 3adonesanus [ 1,2,3,4,7,13]. l'eHne W B IUCTANBHBIX KaHAIbIAX, KOTOPbIC HMMEIOT BTOPHYHOE

DTHONOTHS U TTaTOTeHE3 OCTAIOTCS HesICHBIMU. [Ipearonaraior, 4To NPOMCXOXKACHHE W CONPOBOXIAIOTCS — YTOJIIIEHHEM  Oa3alibHBIX
MIEpBUYHBIM sIBIIsieTCs iepekT B (pepMEHTHBIX CHCTEMaxX AWMCTANBHBIX ~ MeMOpaH M jaereHepauuei smurenus. OTCYTCTBYIOT TINIOMEPYIIsipHBIE
KaHAIBIEB, BEOYIIMHA K JIETCHEpallMd WX OIUTeIus W (GHOpo3y  OTIOKEHHS HMMMyHOroOyinuHOB [5,6,8,9]. Crapt 3aboneBaHus
WHTEepCTUIATBHONW TKaHM [14-17]. Kak mpaBmio mMop¢ojiorMyeckue  He3aMeTHbIA. [IepBBIMHM  CHMIITOMAMH  SIBJISIFOTCSL  TIOJIAIMIICHS,
NepeMeHbl B JHUCTAIBHBIX KaHANBIAX Oojiee BBIPAXKEHBI, YeM B  HOJUYPHS M HUKTYPHs, KOTOpHIE MOSBIIOTCS B Bo3pacte 2-3 JieT ¥ Ha

87
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MPOTSHKEHUU PsZia JIET MOTYT OBITh €AWHCTBEHHBIMH IPU3HAKaMU
marosorny. OtekoB Her, AJl ¢wusmonorndeckoe, HeOOIbIIAST
nporeunypust (mo 0,5- 1,0 r/cyr). YacTo oTMedarorcst MajoKpoBHE,
BpeMs OT BPEMEHU IIPHUCTYIIBI CYJOPOT HESCHOTO T'eHe3a, y OoJblieit
4acTH OOJIHBIX — OTCTaBaHUE B POCTE (IPOIOPIHOHAIBHOE), YacTO
ocreonatus. Ha TpoTshKeHMM psga  JIeT MOXKET  OKas3aThCs
W30JIMPOBAHHOE OTpaHHYeHNe (YHKIUHM IT0YEK 0 OCMOTHYECKOMY
KOHIIEHTPUPOBAHHUIO, TIOPOH — COJBTEPSIIONINH CHUMITOMOKOMIUIEKC, 1
TPaH3UTOPHOE YBEIMUCHHUE OCMOJIPHOCTH IUIa3Mbl B IEPHOJ
o6e3BoxvBaHNH. HedpoHodTH3 MMeeT mporpeccupyoliee TeUeHue ¢
MOCTENICHHBIM ~ CKJIEPO3MPOBAHMEM HHTEPCTHLHUS ¥ KIIyOOUYKOB,
TIOHIDKEHUEM KJIMPEeHCa SHJIOr€HHOI'0 KpeaTHHHHA U pa3sutiueM XITH
mo TyOynspaoMmy TtHiy. IIpm skckperopHod yporpaduu modkH
HOPMAJIBHBIX Pa3MEpOB WM HECKOJIBKO YMEHBIIEHBI, OTCYTCTBYIOT
CHUMITTOMBI QaHOMAJTUH Pa3BUTHSI MOYEBBIX ITyTEiHl.

JlarHo3 OCHOBBIBAaeTCSl Ha CIEIYIOIIUX IaHHBIX: 1) ceMeHHBIN
XapakTep IMaToJIOTUH; 2) MOSBIICHUE IEePBBIX CHMITOMOB IIaTOJIOIHU
nocie 2-3-1eTHEro BoO3pacTa B BUJAC [OJUYPUHM, HOJIMIUICUM U
3a7epKKH (PU3UUECKOTr0 Pa3BUTHS; 3) HapyIIEHHUE KOHIICHTPAMOHHON
GyHKIMM ToYyek ¢ mociexyrommM pasButueM XIIH B cBsi3u ¢
HEYMOJIUMO TIPOTPECCUPYIOIINM TedueHHneM ratosiorun. Hepponodrus
TpeOyercst mudQepeHIUpoBaTh OT OOJIE3HEH, HAYMHAKOIMIKMXCA C
HapylIeHUs] KOHLIEHTPAlMOHHOW M WMHBIX KaHAJBLEBBIX (QYHKIHMH U
yacTo 3akaHuuBaromuxcst XI1TH, B ToM 4ncie oT CHMOTOMOKOMIUIEKCA
®DaHKOHH, KOTOPHI B OTJIMYHAE OT HE(PPOHOPTH3A COMPOBOKIACTCS
TTIOKO3ypHEH, (docharypueit u aMHHOALUTyPHUCH,
CBUJICTEJIECTBYIOIIMMHA O TOPAXEHWH IPOKCUMAJIBHBIX KaHaJIbIIEB.
PenanbHbIil TyOyISIpHBIA anmmo3 XapakTepusyercsl moHkeHueMm Ph
kpoBu npu Ph Moun He Hinke 6,0; y Takux OONBHBIX HEPEIKH CITydan
HeQpOoKaJIBIIMHO3a U He(pOKaJIbKyJIe3a, KOHIEHTPAMOHHAS (hYHKIIUS
MoYeK Ha  paHHUX  JTalmax  [aTojJOTMH  COXpaHeHa;  OT
HUHTEPCTUIHAIBHOTO HedpuTa, SIBJISTIOIIETOCS pe3yIbTaToM
BO3/ICHCTBHS pa3HBIX MPUYMH.

B ornenenne nepponornn OJIMMI] ropona Anmmkana 5.02.2018
roja mnocrymwia OonbHas neBoyka AxmamkaHosa M. 2009 ropa
POXIEeHUA ¢ kajnobaMy Ha CIIENOTY JI€BOUKH C POXKICHHS, TOJIINYPHIO,
KXy, TOLTHOTY, PBOTY, N3MEHEHUSI B aHAJIM3aX MOYH, IIEPHOINIECKH
0oyin B HOTax, ci1aboCTh, YTOMIIEMOCTh. 113 aHamMHe3a BBISCHHJIOCH,
YTO JEBOYKAa JI0O 3TOr0 BpPEMEHH JIEYWIach II0 MOBOAY CIETOTHI
OJIMMII B ropone Aummkan. B Tamkenre ObuTM Ha KOHCYJIBTAIIMN
yu€Hplx w3 VHIuM W TpH TPOBENCHUHM OOIICKIMHUYECKHX H
OMOXMMHYECKHX aHaJIM30B BBISIBIICHA (yHKIMOHAIIBHAS
HEIOCTaTOYHOCTh TI0YeK. B cBiI3M ¢ 3TuM JeBouyka ObLia

Cnucok sureparypsl/Iqtiboslar/References:

TOCIMTAIN3UpOBaHa B Hegpoioruueckoe otaenenne TMA. U3
aHaMHe3a BBIACHWIIOCH, YTO JEBOUKA OT 5 OepeMEeHHOCTH, 4 PoOJOB,
MPOTEKaBIIMX Ha (OHE aHEeMHH, TOKCHKO30B. bpak poauteneit
6mu3koponcTBeHHblil. Crapumit u cpeqHuil cbiH (ponHble OpaThs
neBoukn) rorn6im B Bozpacte 20 ner ot XITH. dusuyeckoe pa3surue
IEBOYKH g0 | roma W K HacTOSIIEMYy BPEMEHH IIPOTEKaJIo
COOTBETCTBEHHO BO3pacTa. BckapmimBanue OblIo ectecTBeHHOE 10 1,5
ner. BakumHupoBanaceh mno 1aHy. llepeHeceHHbIe 3a0oJieBaHMS:
anruxa,OPBU, Bpoxnénnas cuemnora .

OO1iee COCTOSIHME IEBOYKH CpelHEW TSDKECTH — B CO3HAHMH,
¢usnyeckas aKTHBHOCTh coXpaHeHa. Koxka M BUIUMBIE CIIM3UCTBIE
0OJ1eTHO-PO30BBIE, OTEKOB HET. B Jierknx Be3ukysipHoe Apixanue. TOHBI
cepia puTMHYHbIC, sicHbie. AJ] 80/40 mm.pT.cT. JKUBOT MATKHH, TIpU
nansnanyy Oe30omne3HeHHbIH. [ledyeHs W cene3eHKa HE yBEJIWYEHBI.
Cryn perynspusiid.  OO6nacte mouek He u3MeHeHa. CumnTom
[NacrepHarkoro oTpuIaTeNieH C JIBYX CTOpoH. Mouurcst 4Hacto B
OoubIioM KomdecTBe. Moda cBerino-kenrtast. CyTouHslid uypes 1o 3
JUTPOB B CyTkM. B anamm3e kpoBu — remorniobmH 76-80 1/m,
Dpurpouuts 3,4 — 3,6 x 102, nefikonursl - 6,7 x10°, COD - 8 Mm/gac.
B ananuze mouu — ynensHblif Bec 1008, ymepeHHas NpoTeUHYpus,
MHKPOCKOITUSI OCaJIKa B Mpejeax 5-7 JeHKOIMToB. B OHOXHMMUYECKOM
aHaJyM3e KpoBH — oOmmii Oenok 50 r/m, MoueBMHA 28 MMOJB/I,
kpeatnHuH 240 MxMmonbe/. Ha Y3W mouek — mapeHxuma mHOuYeK
HECKOJIBKO THUITO9XOT€HHAs!, CTPYKTypa COXpaHeHa.

B namHOoe Bpemst JieBOYKa  IIOJydaeT — KOHCEPBaTHBHOE
CHUMITTOMaTHYECKOe JICUeHHE, 3aKJIIOYAloNeecs B IPEAyNpekIeHHN
00€3BOXKMBAHUS, KOPPEKIMIO METa0OJIMYEeCKHX CIOBHTOB (Gopnba c
aIyI030M, BBEJICHWE  IIpPEHapaToB  Kajws, TIepeIMBaHUS
SPUTPOLMTAPHON MAacchl); AHTHOMOTHKH TIPY  TIPUCOETUHEHIH
WHTEPKYpPPEHTHBIX OOJIe3HeH M  aHTHA30TEeMHYECKOoe JIeYeHHe
necrienepuioM U  HedponporekTopsl. [IpoBomurtcst peryisipHas
pasbsCHUTENBHAs paboTa C pONUTEISIMH peOeHKa, Tak Kak
nporpeccupoanue XIIH B nanbHeiieMm npenycMarpuBaeT NepeBos
pebeHKa Ha [pOrpaMMHBI TIeMOJHAIN3 W IOJTOTOBKY K
TPaHCIUIAaHTAIMH MOYEK.
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