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CJIYYAN N3 NNPAKTUKHA - HEOPOHODTU3 PAHKOHU
Tanuesa M.II., Xoamamosa JI.H., Madxwcudosa H.M., Boamaboesa M.M., A6dypaxmanosa D.A.
AHIMXAHCKUI TOCYIApCTBEHHBIA MEAULIMHCKUI UHCTUTYT.

v Pesome,

Hegpponopmus Danxonu omuocumcs K cemeliHolM 3a004€6AHUAM C AYMOCOMHO-PEUECCUBHBIM MUNOM
Hacaedosanus u xapaxmepusyemcs noauypuei u noauoduncueii, nocmenennovim pasgumuem XITH. Bosmoxcnot
Hewacmole cayuau cnopaduueckozo 3aboaeeanus. Ilpednosazarom, wmo nepeuunvim sgasemcs depexm 6 ghepmenmuoix
cucmemax OUCMAAbHLIX KAHAAbYEB, GeOYWUL K OezeHepauyuu ux snumeaust u ubépo3y UHMepCMuuuaIbHOU MKAHU.

B cmamve npedcmasaen cayuaii uz npakmuxu y degouku 7 aem. Anasozuunvte nposagienus 6o0ae3nu omme4aiuco
y Opamves Oeeouxu, 3asepuiuguiuecss AemaibHoiM ucxo0om. Jlaunwii cayuai seasemcsa 00Ka3ameabcmeom moz2o,
4mo npuuMuHOU psa0a noueuHvix 3aboaesanuii asaswomcsa 6auzkopodcmeennvie 6paxu pooumeaeii. Ilpoguraxmuxy
6oae3Hu HE0OX00uMO ocyuwecmeassmo 6 npouecce MeouKo-2eHemu4ecKo20 KOHCYAbMUpPOBAHUs, 0COOeHHO 6 cay4ae
noemopnsix 3nu30006 aemaavhocmu om XITH neckoavkux 4ienog cemou.

Karuesvie caoea: nedpponopmusz Danxonu, xponuueckas no4e4nas HedoCMamo4HOCMb.

ANNOTATION A CASE FROM PRACTICE - NEFRONOFTIS FANKONI
Ganieva M.Sh., Xolmatova D.N., Majidova N.M. , Boltaboyeva M.M., Abdurahmanova F.A.
Andijan State Medical Institute.

v Resume,

Nefronoftiz 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 nephronophis, chronic renal failure.

NEFRONOFTIS FANKONI - AMALIYOTDAN LAVHA
Ganieva M.Sh., Xolmatova D.N., Majidova N.M., Boltaboyeva M.M., Abdurahmonova F.A.
Andijon davlat tibbiyot instituti.

Y Rezyume;

Nefronoftiz Fankoni merosning otosomal retsessiv rejimiga ega bo'lgan oilaviy kasalliklarga tegishli va poliuriya
va polidipsiya, CBEning bosqichma-bosqich rivojlanishi bilan ajralib turadi. Kamdan kam uchraydigan kasalliklar
turidir. Birlamchi nugson distal naychalarning ferment tizimlarida bo lib, bu ularning epiteliysi va interstitsial to ‘qima
fibroziga olib keladi.

Magqolada 7 yoshdagi qizning amaliyotidan misol keltirilgan. Kasallikning shunga o’xshash namoyon bo lishi
qizning akalarida kuzatilgan, va ular kasallik oqibatida o'lgan. Bu holat bir qator buyrak kasalliklarining sababi ota-
onalarning yaqin qarindoshlar o'rtasidagi nikoh ekanligidandir. Kasallikning oldini olish tibbiy va genetik konsultatsiya
jarayonida, ayniqgsa CBEda bir nechta bemorlarning o'limining takrorlanish epizodlari bo'lgan taqdirda amalga

oshirilishi kerak.

Kalit so%zlar: Fankoni nefrronofisi, surunkali buyrak etishmovchiligi.

epoHodT™3 PaHKOHU (CUHOHUM: CEMEIHBIN 10Be-
H HUWJIbHBIA HEDPOHODTU3) OTHOCUTCA K CEMEWHBIM
3a00JI€BaHUSIM C ayTOCOMHO-PEIIECCUBHBIM TUIIOM HacJie-
JOBaHUsS U XapaKTepU3yeTcsl MOJUYypUeld U TOJUIUTICU-
eil, nmocrernneHHbIM pa3putvemM XITH. Bo3MoxxHbI Hedac-
ThIe CJlydyau CHOPaJAUYECKOro 3a0oJIeBaHUsI.

Dtrosnorus u naroreHes. Ocraiorcs HesscHbIMU. [1pen-
M0JIaraloT, YTO MEPBUYHBIM sIBJIsIeTCsl nedekT B (hepMeH-
THBIX CHCTEMax IMCTaJbHBIX KaHAaJblIeB, BEIyIIUNA K Je-
reHepaluu uX 3nuTeaus U Gpudpo3y MHTEPCTULIMATIbHOM
TKaHu. Kak mpaBuio Mopdojoruyeckue rnepeMeHbl B
OUCTAJIbHBIX KaHajbllaXx 0oJjiee BbIpaKEHBI, YeM B IIPO-
KCUMaJIbHBIX, TIEpEMEHBI B KIIyOOUKax sIBJISIIOTCSI BTOPUY-
HBIMU. B HEKOTOPBIX CUTYaLIMSIX B CyOKATCYJISIpPHOM YacTu
HaO0J0Aal0TCsl pacliupeHre KJIyOOUKOB, U HEOOJbLIOE

YUCI0 KUCT (muamerp 2-8 MuuIMMeTpa) B 00JIaCTU CO-
OupareJbHBIX TPYyOOK, B memie [eHie M B AMCTAIbHBIX
KaHaJIbllaX, KOTOPblE UMEIOT BTOPUYHOE MTPOUCXOXKIECHUE
U COIMPOBOXAAIOTCS YTONEHNEM 0a3albHbIX MEMOpPaH U
nereHepauuei anutennsi. OTCYTCTBYIOT TJIOMEpPYJsIpHbBIC
OTJIOKEHUSI UMMYHOTJIOOYJIMHOB.

Knnnuueckast kaptuHa. Ctapt 3a60j1eBaHUST HE3aMeT-
Hbli. [TepBbIMU CUMITTOMAaMU SIBJISIOTCS TTOJIUAUTICUST, TTO-
JIMYpUsT U HUKTYpUSI, KOTOPbIC TOSIBISIIOTCSI B BO3pacTe
2-3 7eT M Ha MPOTSKEHWU pslia JIeT MOTYT ObITh €IUH-
CTBEHHBIMU TpU3HaKaMu rarosioruu. OtekoB HeT, AJl hu-
3uojoTnYeckoe, Hebosbliasa nporeuHypus (mo 0,5- 1,0
r/cyt). Yacto oTMevaroTcsl MaJlOKpOBUE, BpeMsl OT Bpe-
MEHU TIPUCTYIIbI CYyIOPOT HESCHOTO reHes3a, y OoJbliei
yacTu OOJILHBIX - OTCTaBaHUE B pocTe (MPOIMOPLUUOHATb-
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Hoe), yacTo ocreonartusi. Ha mporsokeHUM psima JieT Mo-
JKET OKazaThCsl M30JIMPOBAHHOE OrpaHUYeHUe (QYHKIIUU
MMOYeK MO OCMOTHUYECKOMY KOHIIEHTPUPOBAHUIO, MOPOM
- COJIBTEPSIIOIUN CUMIITOMOKOMILIEKC, U TPAaH3UTOPHOE
YBEJMYEHUE OCMOJISIDHOCTU TLJIa3Mbl B IMEpUOa 00€3BO-
KUBaHWU.

Teuenue. HedpoHodTrs mmeer mporpeccupymoliee
TEYEHUE C TMOCTENEHHBIM CKJICPO3UPOBAHWEM MHTEPCTU-
1M ¥ KJIyOOYKOB, MOHUKEHUEM KJIMpeHCa 3HIOTeHHO-
ro KkpeaTuHvHa 1 pazsutueM XI1H mo tyOynsipHomy Tumy.
[1pu 3KcKpeTopHOIi yporpaduu moykKr HOpMaJbHBIX pas-
MEpOB WJIM HECKOJIbKO YMEHBIIEHbI, OTCYTCTBYIOT CUM-
MTOMBl AHOMAJINM Pa3BUTUSI MOUYEBBIX TyTEHd.

HNuarHo3. OcHOBBIBaeTCs Ha CIAENYIOUIMX JaHHBIX: 1)
CEeMEeIHBIN XapakTep TaToJIOTWU; 2) TOSBJICHUE TepPBbIX
CUMIITOMOB TIaTOJIOTMU TIOCJIE 2-3-JIETHETO BO3pacTa B BUJIE
MOJIMYPUH, TIOJTUAUIICUU U 3aJepXKU (PU3NUYECKOTO pas-
BUTUS; 3) HapylleHHe KOHUEHTPallMOHHOW (GyHKIMU
noyek ¢ mocienywoumm pazsutueM XITH B cBsa3u ¢ He-
YMOJIUMO TIPOTPECCUPYIOIIUM TEUEHUEM ITaTOJIOTUU.

Hedponodptus tpedyercs nuddepeHnupoBaTh OT
0oJie3Hel, HAYMHAIOIIMXCS C HapylIeHUs] KOHIEeHTpa-
LIMOHHOM M MHBIX KaHAJbLEBBIX (GYHKIMI 1 YacTo 3aKaH-
yupawwuxcsa XIIH, B ToM uyucie oT CUMIOTOMOKOMII-
nekca MaHKOHU, KOTOPBI B OTJIMYMEe OT HehpoHODTU-
3a COIMPOBOXIAETCS TMOK03ypuelt, docdarypueit u amu-
HoalMAypueil, CBUIETENbCTBYIOLIMMU O MOPaKEHUU TIPO-
KCUMaJIbHBIX KaHaJiblieB. PeHanbHBIN TYOYISIpHBINA alu-
03 XapakKTepus3yeTcsl moHuxeHueM PH kpoBu mnpu PH
MouM He HuxXe 6,0; y Takux OOJbHBIX HEPEIKU Clydau
HedpokaablimHO3a U HedpOKalIbKyie3a, KOHIUEHTpal-
OHHasl (PYHKIIMS TTOYeK HAa paHHUX 3Tarax MaroJoruu co-
XpaHeHa; OT MHTepPCTULIMalIb-HOTO HedpuTa, SBISIOLIE-
rocsl pe3yJibTaToOM BO3JACHCTBUSI Pa3HBIX MPUYMH.

B otmenenue Hedpomoruu OJMMII ropoma AHmu-
xkaHa 5.02.2018 roga moctynuiia 601bHasT JeBouyKa AXMaj-
xxaHoBa M. 2009 roga poxneHus ¢ kajnobaMu Ha CJIETOTy
NEeBOYKU C POXICHUS, TOJUYPUIO, XKaxXIy, TOLIHOTY,
PBOTY, U3BMEHEHUS B aHAJIN3aX MOYU, MIEPUOIUYECKU OO
B HOrax, ciaabocTb, yromysseMocTb. M3 aHamHe3a BbIsIC-
HUJIOCh, YTO JE€BOYKA IO 3TOrO BPEMEHU Jieuusach IO
nosoxay cienotel O[AAMMII B ropone AnmmkaH. B Tami-
KEHTEe ObUIM Ha KOHCYJbTallMM YYEHBIX U3 UHIUU U ipu
MPOBEJEHUN OOIIEKIMHUYECKUX U OMOXMMUUYECKUX aHa-
JIU30B BbIsSIBJIeHa (YHKIIMOHAJbHAs HEJIOCTaTOUYHOCTD
moyek. B cBsI3W ¢ 3TUM eBOYKa ObUIa FOCTUTAIM3UPOBaHA
B Hedposormueckoe otaenenue TMA. M3 anHaMHe3a BBI-
SICHWJIOCh, YTO JIeBOYKa OT 5 OepeMeHHOCTH, 4 pOJOB,
MpoTeKaBUIUX Ha hOHEe aHEMUU, TOKCUKO30B. bpak ponu-
Tejaei OJM3KOpoACTBeHHBIN. CTapilivuii M CpemIHU ChIH
(ponHble OpaThsl NeBOYKM) TOruosu B Bo3zpacte 20 jer
ot XITH. ®usnueckoe pa3BuTHE NE€BOYKM 10 | roma u K
HaCTOSIIIEMY BPEMEHHU TMPOTEKAJIO COOTBETCTBEHHO BO3-
pacra. BckapmiiBaHue ObUIO ecTecTBeHHOE no 1,5 Jert.
BakuuHupoBaiach no rjaHy. IlepeHeceHHbIe 3a0oJieBa-
Hus: anruHa,OPBU, BpoxnéHHas ciemnora.

OO011iee COCTOSIHUME IEBOYKU CpPEIHEN TSXKECTH - B
CO3HaHUM, pu3nYecKasi aKTUBHOCTb coxpaHeHa. Koxa u

N

BUIIMMBIE CIM3UCTBIE OJIETHO-PO30BbIE, OTEKOB HeT. B yier-
KX BE3UKYJSIpHOE JbIxaHWe. TOHBI cepliia pUTMUYHBIE,
sicHble. Al 80/40 mm.pT.cT. 2ZKUBOT MSITKMIA, MIPU TajibIia-
1 6e36o0sie3HeHHBIN. [leueHb U cele3eHKa He yBeaude-
Hbl. CTyn perysipHblii. O61acTh oyek He u3MeHeHa. Cum-
nroM [lactepHallkoro oTpuuaTesieH ¢ IByX CTOpPOH. Mo-
YUTCS 4acTO Mo-MHOTY. Moua cBeto-xenrasi. CyTOYHbIi
IUype3 10 3 JIMTPOB B CYTKU. B aHanmn3e KpoBYU - TeMOTJ10-
6uH 76-80 r/n, Dpurpouutsl 3,4 - 3,6 x 1012, neitkouu-
THI - 6,7 X109, COD - 8 MM/4yac. B aHanmm3e MOYM - yaesb-
Heiit Bec 1008, ymepeHHast MPOTEUHYPUsI, MUKPOCKOITUSI
ocaaka B mnpeaenax 5-7 neikouuToB. B OGuoxumMmuuyeckom
aHanu3e KpoBU - oOwmii 6enok 50 r/m, MoueBuHa 28
MMOJIb/1, KpeatnHuH 240 Mxkmonb/n. Ha Y3U mouek -
MapeHXuMa ToYeK HECKOJIbKO TUITO3XOTeHHAasl, CTPYKTY-
pa coxpaHeHa.

B naHHoe BpeMs leBoYKa IMOJy4aeT KOHCEPBAaTUBHOE
CUMIITOMATUYECKOE JIeUeHUe, 3aKToualoeecsl B Mpenym-
pexaeHun 00e3BOXMBaHUsSI, KOPPEKIMIO MeTaboauuec-
KuX coBUroB (0opbba ¢ alMmo30M, BBeASHME IIPEeapaToB
KaJusi, TiepeuBaHusl 3pUTPOLIUTAPHON MacChl); aHTUOU-
OTUKU MPU TIPUCOECTUMHEHU Y UHTEPKYPPEHTHBIX O0JIe3HEN
U aHTUMA30TeMUYECKOe JieueHUe JiecrieHepPUIoOM U He-
dponporekropsl. [TpoBoaUTCS perysipHasi pa3bsiCHUTEb-
Has pabora c pomuTesnssMu pebeHKa, TaK KakK Iporpec-
cupoBanune XIIH B manpHeliniem mpemycMaTpuBaeT Iie-
peBoj pebeHKa Ha MPOrpaMMHBINA TeMOauaavu3 U TOJAro-
TOBKY K TpaHCIUIAaHTallMU TIOYEK.

BoiBoapbI:

1. JlaHHBIN clydaii SIBJASIETCS J0Ka3aTeAbCTBOM TOTO,
YTO TPUYMHON psifa IMOYEUYHBIX 3a00JIeBaHUIA SIBJISIOTCS
OJIM3KOPOACTBEHHbIE Opaku POAUTEIICH.

2. TlpodunakTrky 60JIe3HU HEOOXOAMMO OCYIIIECTB-
JISITh B MPOLIECCE MEAUKO-TEeHETUUYECKOTO KOHCYJIbTUPO-
BaHUSI, OCOOCHHO B CJIyyae IMOBTOPHBIX SMU30/10B JIeTalb-
HocTu OT XITH HecKOJIbKMX YJIEHOB CEMbMU.
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