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Abstract.

Relevance. Tubulopathies are tubular kidney diseases characterized by various disorders of
the tubular transport of electrolytes, minerals, water and organic substances, hereditary (primary
tubulopathies) or acquired (secondary tubulopathies). The study of such diseases is associated
with many unresolved issues among patients suffering from this pathology. Challenges remain in
timely diagnosis, pharmacological treatment, dispensary observation, and patient rehabilitation.
The purpose of the study is to describe a clinical case of a patient with tubulopathy with skeletal
deformation and polyuria. Material and research methods. In this article, we wanted to share our
own clinical observations of a patient with hereditary tubulopathy with polyuria and manifestations
of hypophosphatemic rickets, identified among children in the Fergana Valley of the Republic of
Uzbekistan. Results of the study. The clinical case of patient S. showed that due to late diagnosis
and late initiation of treatment, the patient developed growth retardation, skeletal deformities, as
well as dehydration and acidosis. Conclusion. Early detection and genetic counseling are critical
in the treatment of tubulopathies in children, especially in families with a history of chronic kidney
disease. Further research is needed to explore the genetic and environmental and social factors
(consanguineous marriages) that contribute to the development of these diseases in the region.
Conducting a molecular genetic study will make it possible to plan tactical steps for treating the patient
and subsequently carry out the prevention of the birth of children with tubulopathy in a particular
family..
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AkTyanbHocTb. Tybynonatum — kaHanbLeBble 60Ne3HM NoYeEK, XapakTepudyemMble pasnnyHbi-
MU HapyLLeHnAMM TyBynsipHOro TpaHcnopTa BOAbl, OpraHNYeCKNX BELLECTB U 3NEKTPONUTOB Hacnea-
CTBEHHOrO (NepBuYHble TyBynonatum) unm NnpnobpeTeHHOro xapakrtepa (BTOpuYHble Tybynonatum).
KnuHn4eckn oHn NposiBNAOTCA TaKMMU CUMMOTOMaMM, Kak Nonvypusi, NONUaUNcusa 1 gaxe npuaHa-
KaMu XpoHMYeckon noyedHom HegoctatodHocTn (XIMH) (1,2,3). YunTtbiBass pasHoobpasune NpuymnH 1
YHUKanbHbIX MEXaHN3MOB, OCOOEHHO B OTHOLUEHUN HACNeACTBEHHbIX 3aboneBaHUn Novek, nx ama-
FHOCTUKa OTNM4aeTcs 0cobor cnoXHocTbo. 3aboneBLune AeT CTaHOBATCS NOXU3HEHHO UHBaNuaa-
MM 13-3a HeBnaronpuaTHOro nporHo3a (4,5). No3gHaa guarHoCcTuKa HacneCcTBEHHbIX TybynonaTum
CBSi3aHa CO CXOACTBOM KIIMHUKM C 3aboneBaHnsMM, NpoTeKkawmmmn ¢ guscmetabonven, ousypuen
B BUAE MNONnypun u ckerneTHbiMu gedopmaumsamm [6,7]. MNpu ocmoTpe BorbHbLIX C NOA03pUTENb-
HbIMK1 TyBynonatusamu, Bpadam HeobxoauMOo nepBOHaYasnbHO OUEHUTb COCToAHME obbemMa U Kuc-
NOTHO-LLENoYHoro 6anaHca. 3To0 MOXET NOMOYb BpayaM YCrOBHO fIOKann3oBaTb NOPaXeHHbIN cer-
MEHT Y MNOATBEPANTb reHeTUYECKUN guarHos. 3BeCTHbIMU NPUYNHHBIMK reHamn aengaotca UMOD |,
MUC1 , REN v HNF1 3, npn4yém TonbKo y NonoBuHbI NAUUEHTOB ¢ TyBynonatusmmn HabnogarTcs
MyTaumm aTux reHoB. [na anarHoCTukm TyGynonatui Noaxo4slnM SABMSETCA NOSIHOE 3K30MHOe
CekBeHMpOBaHue. B cBA3N C 3TUMM OCTMXKEHNSIMIN B AMArHOCTMKE B NOCNEAHME roabl reHeTUYeckune
noaxopbl K niedeHunto Tyéynonatuin nporpeccupytoT [9, 10]. [InarHo3 OCHOBbLIBAETCS HAa CEMENHOM
Xapaktepe natonormm, nposiBEHNN NepBbIX CUMNTOMOB BOME3HN yXe B rpyaHOM BO3pacTe B BUAE
nonuypun, NONNAMUNCUMN N OTCTaBaHUM B POCTE CO CKENETHbIMM AedopmaLmsMm Nocrie NepBoro roga
XW3HW, a Takke Ha OBHapyXeHUn CUMNTOMOB HapyLUEHUSI KUCITIOTHOIO OCHOBHOMO paBHOBECUSA B
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BMOe aumgosa

Llenb Hawero nccnegoBaHuA: NogennTbCA HAabNOAEHNSMIN KITMHUYECKOro cnyyas 6onbHOro
c Tybynonatnen c gedopmMmaumnen ckeneta u nonnypuen.

MaTtepuan u metoabl uccnegoBaHusa. B gaHHOM cTaTtbe Mbl XOTENW NoAenuTbLCs COBCTBEH-
HBIMW KITMHUYECKMMKN HabnogeHnamm 60nbHON ¢ HacnegcTBeHHoW Tybynonatuen ¢ nonuypuen u
nposiBeHnaMn rmnodocdaTteMmnyeckoro paxuTta, BbISBNEHHbIX cpean aeten depraHCKoOn OONWHBI
pecnybnukn Y3bekumcraH.

BonbHaga C., 3 roga, npoxumeatowiasa B AHOMKAHCKOM obnacTu, neymnacb B HepOororm4ecKom
otaenexHmn OOMMLU, kyaa noctynuna c xxanobamm maTtepu Ha nonuvypuio, nonuguncuio, X-obpas-
HOE NUCKPMBIIEHME HOIM B IEBOM KONIEHHOM CyCTaBe, OTCTaBaHME B POCTE U BECE, OTCYTCTBUSA HaBbl-
KOB Xo4b0bl, U3AMEHEHNSA B aHanM3ax Mo4n B Buae obecLBe4MBaHNsA MOYN, HU3KOTO YAEeNbHOro Beca,
Leno4yHon peakumm moun (pH 9), cnaboctun, GriegHOCTU, Kanpu3HOCTKU, NOTAMBOCTU. M3 aHamHesa
BbISICHUITOCb, YTO pebeHok BoneH ¢ 6 Mecsa4YHOro Bo3pacTa, korga MaTb cTana 3ameyaTb nocrne au-
apeu oTCTaBaHue B Bece, pocTe, 3afepKKy ABuraternbHbIX HaBblkoB. PebeHok yacto 6oneetr OPBU.
AMOynaTopHO HEOQHOKPATHO nonyyan aHTMbnoTnkn. PebeHok poanncs oT poanTenen, COCTOSLLMX
B 6rinskopoacTtBeHHOM Bpake, oT 1 6epeMeHHOCTU U 1-X poAoB, NPOTEKABLUNX HA POHE MOCTOSAHHbIX
cTpeccoB. HacneactBeHHOCTb No 3aboneBaHMsiM NOYEK HE OTAroLLeHa.

PesynbraTtbl nccnepgoBaHus. COCTOSHME AEBOYKM BO BPEMSA OCMOTPA CPEAHEN TSXKECTU, BSA-
nas, KkanpuaHasi. 3Ha4unTenbHO OTCTAéT B pocTe n Bece. PeB6EHOK NO3AHO Havan gepaTb rorioBy
N BCTaBaTb Ha HOMM. B MOMEHT ocMOTpa CaMOCTOATENBHO HE XO4MUT, CTOUT Npu nogaepxke. Takke
BbISIBfIEHbI CTUIMbI 4M33MOpuoreHesa B BUAE rotmyeckoro HEBa, aedopmaumm 3yOHOM amanu, HU3-
KO NMOCaKeHHbIX yLIEen, N30bITOYHOrO OBOrIoceHMss obnactu nba n 6posen. KoxxHble NOKpPoBLI briea-
HO-PO30BbIE, B JIEBOW MOMOBUHE CMUHbI OOHapy>xeHa remaHrnoma 1x2 cm. Bonocel XécTkme, cyxume,
nomkue. lMNepudepuyeckne numdarmyeckne ysnbl He yBernunyeHbl. MblleyHbI TOHYC KOHEYHOCTEN
noHmxeH. Yactota nynbca - 100 yaapoB B 0ogHy MUHYTY. [(paHuLbl OTHOCUTENBLHOM N aBCONTHON
TYNOCTW cepAaua B npegenax Hopmbl. CepaeyHble TOHbI ICHbIE, pPUTMUYHBIE. B Nérkmx ayckynsraTune-
HO BbICNYLUMBAETCA Ny3pUNbHOE AblxaHue. ANNETUT NOHWXEH. A3bIK YMCT, po30BbIN. [1pn ocmoTpe
NofnocTn pTa OTMeYaeTcsl UCKpmBreHne 3yboB n gedopmanmsi amanu, BbICOKOE rotTnieckoe HEBO.
[MNeyeHb — He yBenu4yeHa, ceneseHka He nanbnupyetcs. Ctyn 1 pas, odpopmneHHbin. Obnactb NoYek
He nameHeHa. CnmnTtom acTepHaykoro oTpuuaTenbHbIi € ABYX CTOPOH. MoyunTcs YacTo, NO-MHOrYy,
CYTO4YHbIN Anypes — okono 5 nutpos. Mo4a obecLiBe4eHHas .
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[leBouke NpoBeaEHbl KMMHUKO-NabopaTopHblE N MHCTPYMEHTanbHbIE UccrnegoBaHus. B aHa-
nn3e KpOBM BbIAABMEHbI NPU3HAKW NErkorM CTENEHM aHEMUKN, TPOMOOLNTLI U NENKOLUTLI B HOPME.
AHanua moun — 6esuBeTHas, yaenbHblh Bec Moy 1002, 6enok — oTcyTCTBYET, NnenkounTtbl 3- 4 B
n.3p., CNu3b ++. AHanu3 Kkana - B HopMe. B Bnoxmmmnyeckom aHanuse KpoBU BbISIBNEHbI CHUXKEHNE
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ypoBHen pocdopa n kanbums (1,2 n 0,9 Mmonb/n), B TO XXe BpeMsi ypOBEHb LLenoYyHon docgaTtasbl
Obin noBblleH — 450 en, konnyecTBo BUTamuHa [l 661110 NOHMXEHO— 12,69 Hr/Mn, ocTeoKanbLWH — <
2 vr/mn, CTI = 5,81 Hr/mn (PoTo 1, 2).

Ha Y3WU noyek — YJ1C ymepeHHO aedopmmupoBaHa, OTMEYEHbI NPU3HaKn HedpokanbLmMHo3a C
0beunx cTopoH, pa3mepsbl novek — B npaeast 89x 40 mm, nesas 90 x 49 mm, T 9 mm.

Mpn ocmoTpe TpaBmartornora BbISBMEHbI NPU3HAKM MeTadmaapHOn XoHApoAucnnasnm, Banb-
rycHom gedopmaumm 06enx KoneHHbIX CyCTaBOB.

[Mocne ocMoTpa reHeTnuka pekoMeHAOBaHO NpoBeAeHNEe MOSEKYNAPHO-TeHETUYECKOro nccne-
AOBaHNA ONs YTOMHEeHUs guarHosa. PesynbraThbl ewé He rotoBbl. BoicTaBneH npenBapuTesibHbIN
anarHo3: N 16.4 «Tybynonatus ¢ nonuypmen (LMCTUHO3 (?), NoYeuHbl TyOynspHbii aumaos (?),
docdat-gmabet (?)). ConyTCTBYHOLNIA ANArHO3: COMaATOreHHas HU3KOPOCNOCTb. AHEMUS CpeaHeTs-
XKENOWN CTENEHU NP XPOHUYECKNX 3ab0neBaHNAX».

PebéHky npoBeaeHo neveHme: Butamnd C 2 mn B/M, BUTaMuH B 6 1 mn B/M, Kanbums rroKoHaT
10% 5 mn B/B, amunHokucnotel 130 mn B/B, akBalleTpum no 10 kanenb, peHanka 1 4.n. 3 pasa, mac-
cax, BepowwnupoH 1 1ab (25 mr). Ha cooHe neyeHuns coctoaHne pebeHka OCTaéTcsl CPeAHETSHIKENbIM,
Nnosinypusi OTHOCUTENBHO YMeHbLUMMACh, CYTOYHbIM anypes 2-2,5 n.

CnepoBaTtenbHO, OMUCAHHbLIN KIIMHUYECKMA criydan Tybynonatum nogyépkMBaeT 3aMETHYHO
CBSA3b C KPOBHbIM POACTBOM poauTenen, a BCreacTsne no3gHen AMarHoCTUKM U Havana Heobxoam-
MOro IeyeHusi y 60nbHOM pa3BuMnncb gedopmanmm Co CTOPOHbI ONMOPHO-ABUraTeNbHOro annapara,
06e3BoXCKMBaHNE U aUnaos.

BbiBOoAb!:

1.PaHHee BbIsIBNIEHME N TEHETUYECKOE KOHCYIBTUPOBAHME MMEKOT peLlaroLllee 3Ha4YeHme B ne-
YyeHun TyBynonatum y geten, ocoObeHHO B CEMbSIX, B aHAMHE3€e KOTOPbIX MMEETCS XPOHUYECKOe 3a-
BoneBaHue noyexk.

2.Heobxoanmbl ganbHEWLWME UCCNeaoBaHns AN U3YYEHUS] TEHETUYECKNX, SKONMOrMYECKNX M
coumanbHbIX hakTopoB (PoACTBEHHbIE Opaku), CNOCOOCTBYIOWNX Pa3BUTUIO 3TUX 3aboneBaHunin B
pernoHe.

3.lpoBegeHne MOMEKynNApPHO-reHETUYECKOrO MCCNeaoBaHNA MO3BONUT CMflaHUPOBATb TaKTU-
YecKue Lwarun no fieveHmnto 6oNbLHOro 1 B AarbHENLEM NPOBECTN NPOUNIAKTUKY POXKAEHNA BONbHbBIX
Tybynonatuen geten B OTAENbHO B3SATON CEMbE.
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