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CEMEVWHAA ®OPMA HEOPOTEHHOIO X-CLLENNIEHHOIO HECAXAPHOIO AVABETA

© B.B. Knenanosa*, O.C. lNywkapeBsa, H.B. /3topoBa, A.B. AkceHoB

IOXHO-YpanbCKumin rocyiapCTBEHHbIN MEAULMHCKII YHUBepcHTeT, YenabuHck, Poccua

OTmeyaeTca M1poBas TEHAEHLUMA K POCTY PacnpoCTpaHeHHOCTH HecaxapHoro anabeta. CuMnTombl HedpporeHHOro Hecaxap-
Horo anabeta (HH) npn X-cuenneHHOM HacnefoBaHUM MPOABAATCA Y MYXUMH, Y )KEHLWH C reTepo3UroTHbIMK MyTaLns-
MW, XapaKTepu13yTCA N30IMPOBaHHbIM CUMMTOMOKOMMAIEKCOM NOANYPUW, NOANAUNCUN, TMNOCTEHYPUN. Y feTel Yalle, Yem
Y B3pOC/bIX, NPU OrPaHUYEHNI XUAKOCTU Pa3BMBAETCA KNUHMYeCKaa KapTuHa BogoaeduumMTHON aermapatauum ¢ runep-
HaTpremuen, runepTepmmen 1 runepocMonAnbHOCTbIO NNa3mbl. B gaHHON pykonucn npeactasneH ciydam HHJ, cemeinHas
dopma, X-cuenneHHas y NauMeHToOB MyXCKoro rnona. [1pn 3ToM B ceMbe MO XEeHCKON NUHUK y MaTepn 1 6abyLukn Takxe
Habnioganacb NoBbiWeHHana NOTPeObHOCTb B BOAe, NPYMeHeHe MUHMPUHA Obino HeadpdeKTBHO. Y cTapLuero n Mmnagwero
6paTbeB KNUHNYECKME NPOABNEHNA HecaxapHOro ArabeTa B BUAE BbIParKeHHOW XaXKAbl U NOANYpuUm Bbinm oTMeuyeHbl C Mia-
[leHYeCcKoro BO3pacTa, nocsie obcnejoBaHMA BbICTaBNIeH AMarHO3 HecaxapHoro AnabeTta 1 Ha3HayeH npenapat gecmonpec-
CcuHa. Bcnepcteure otcyTcTBUA 3ddeKTa OT NprMeHeHNa fecMonpeccurHa 6bin NpoBefieH METOAOM MONMMEPA3HON LienHOM
peakumu 1 nocneayroLero NPAMOro CeKBeHNPOBaHNA aHann3 3K30HOB U NpuieXKalymx y4aCcTKOB UHTPOHOB reHoB AQP2
n AVPR2. B rene AQP2 myTauwnin He BbifiBneHo. B rene AVPR2 BbiaBneHa remmnsnroTHas 3ameHa S3151. NoaTeepxaeHa cement-
Hasa X-cuenneHHasa ¢opma HHJ. PekomeHaoBaH runotnasng, Ha GoHe NOCTOAHHOIO NMpremMa KOTOPOro OTMeYaeTca JnLb
He3HauuTenbHasA NONoXNUTeNbHaA AUHAMKKa.

KJTKOYEBBIE CJIOBA: HecaxapHbili Ouabem; HacneocmeeHHbIl HeghpozeHHbIU duabem; 0emu; nosuypus; nonuouncus; 2eHol AQP2 u AVPR2.

FAMILY FORM OF NEPHROGENIC X-LINKED DIABETES INSIPIDUS

© Victoria V. Klepalova*, Olga S. Pushkareva, Natalia V. Iziurova, Alexander V. Aksenov

South Ural State Medical University, Chelyabinsk, Russia

There is a global trend towards an increase in the prevalence of diabetes insipidus. Symptoms of nephrogenic diabetes in-
sipidus with X-linked inheritance appear in men, in women with heterozygous mutations, are characterized by an isolated
symptom complex of polyuria, polydipsia, hypostenuria. In children, more often than in adults, with fluid restriction, a clinic
of water-deficient dehydration develops with hypernatremia, hyperthermia, and plasma hyperosmolality. This manuscript
presents a case of Nephrogenic diabetes insipidus, X-linked familial form in male patients.At the same time, in the family
along the female line, the mother and grandmother also had an increased need for water, the use of minirin was ineffec-
tive. In the older brother and younger brother, clinical manifestations of diabetes insipidus in the form of severe thirst and
polyuria were noted from infancy, after the examination, the diagnosis was made — diabetes insipidus and desmopres-
sin was prescribed.Due to the lack of effect from the use of desmopressin, the analysis of exons and adjacent sections of
the introns of the AQP2 and AVPR2 genes was carried out by PCR and subsequent direct sequencing. No mutations were
found in the AQP2 gene. The hemizygous substitution S3151 was found in the AVPR2 gene. The familial form X was con-
firmed — linked nephrogenic diabetes insipidus. A hypothiazide was recommended, against the background of constant
intake of which only a slight positive trend is observed.

KEYWORDS: diabetes insipidus; hereditary nephrogenic diabetes; children; polyuria; polydipsia; AQP2 and AVPR2 genes.

AKTYAJIbHOCTb

HecaxapHbiii grnabet (H) — 310 3aboneBaHme, Npu KOTo-
[POM NPOUCXOANT BblaesieHne 60/blUMX 06 bEMOB MOUM C H3-
KUM y#enbHbiM Becom (nmonuypwus). PacnpocTtpaHeHHOCTb
HecaxapHoro auabeTa B nonynaumu coctasnset 0,004-0,01%
(US Census Bureau, Population Estimates, 2004). Cuntaet-
cAa, yto Hl ogMHAKOBO YacCTO CTPaAZAIOT KaK MEHLUUHbI, TaK
1 My>XurHbl. K 3a601eBaemMoCTV NPUXOAMTCA HA BO3PaCT
20-40 net [1, 2]. HacnepcTtBeHHbIN (BpoxaeHHbIN) HO nposaBs-
NAETCA M30/IMPOBaHHBIM CUMMTOMOKOMIIEKCOM MONNYpUK,
NonuANNCUK, TMNOCTEHYPUN U BCTPEYAETCA B CTPYKTYype
HacieICTBEHHOTO 3ab0neBaHNA Kak OAWNH 13 CMHAPOMOB [3].
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HedporeHHbiln HecaxapHbii gnabet (HHI) npossnseTca Kak
nprobpeTeHHoe 3aboneBaHvie y OONbLIMHCTBA MALVEHTOB,
HO OYeHb pedKo MMeET HacNeACTBEHHOE MPOUCXOXKAEHME.
B HacTosilee Bpems M3BECTHO 4 HAC/NeACTBEHHbIX GOPMbI
BpoxkaeHHoro HH y geten n B3pocnbix naumeHToB: X-cue-
MNIEHHBIA PELECCHBHDBIN, OOYCNOBNEHHbIA MyTaLUUAMN reHa
AVPR2, ayTOCOMHO-AOMMWHAHTHbIN M ayTOCOMHO-peLieccuB-
Hbli1, 00yCnoBNeHHble My TaumsaMureHaAQP2,HH1 scnepcteue
MyTauumii reHoB SLCT4AT n SLC14A2, KogupyioLwmx TpaHCnop-
Tepbl MoyeBuHbl UT-1 1 UT 2 [4-6]. MprmepHO B 90% cnyyaes
OH 06ycJioBneH fedekTaMmu peLienTopa K BasonpeccuHy (V2)
N MeeT X-CUEMNeHHbIM TUMN HacnegoBaHuA. B octanbHbIX
cryvasx 3aboneBaHue Hac/eayeTcsl ayTOCOMHO-PELIECCUBHO
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(9%) unu ayToCOMHO-AOMMHAHTHO (1%) 1 06YCIIOBNEHO My-
Taumamu reHa AQP2, KogupyioLlero perynupyembii Ba3o-
NMpPeccUHOM BOAHbIV KaHan cobupaTtenbHbIX TPYOoUEeK Noyek.
K HacTosAwemy BpemeHn onmucaHo 36 myTtauui reHa AQP2
[7, 8]. HHJ] BbI3BaH HECMOCOBHOCTBLIO KNETOK NOYEYHbIX COOU-
paTenbHbIX NPOTOKOB pearnpoBaTb Ha aHTUAWYPETUYeCKoe
OencTBue aprmHuHa BasonpeccuHa. [encTBme 3TOro aHtu-
ONYypeTnYeCcKkoro ropMoHa B MOYKax Perynupyetca Tpems
noagtunamu peuentopoB AVP, cBszaHHbIX ¢ G-6enkom. Knet-
KW MOYeYHbIX COBUpaTeNibHbIX MPOTOKOB He MOryT peabcop-
6rpoBaTb BOAY, U MOYK/ MPOU3BOAAT HOMbLIOE KOMNYECTBO
MOUN C HU3KOW KOHUEeHTpauven B pesynbrate MyTauum reHa
AVPR2 y nauymentos ¢ HHJ] X-cuennernHoro Tnna. [letn, ctpa-
pdatowme HHJ, amouroHanbHO NabunbHbI, Pa3gpakUTENbHbI,
Y HUX OTMEYAlOTCA CHWPKEHWE MaMATW, HEBHUMATENIbHOCTb,
pPacCeAHHOCTb, HEYrOMOHHOCTb WAM  3aTOPMOXKEHHOCTb,
aCTEeHOHEBPOTNYECKUI CUHAPOM, 3adepKKka r3nUYeckoro
pa3BuTKA. [NOCTOAHHDbIE XaXKaa 1 NONNYPUA onpeensatoT no-
BeLiEHYECKMI CTepeoTun aeTen ¢ BpoxkaeHHbIM HHJL. Y geten
OOMUHVPYeT CTpeMiieHne K YTONEHMIO »axXabl 1 MoYeuncny-
cKaHwuto. lNpu orpaHnyeHnn nauueHTtoB ¢ HHI B Xngkoctn
[pa3BMBAETCA KNMHMYECKasA KapTuUHa BogoaebuuuTHON aerv-
Apatauum C runepHaTpremuen, rmneptepmMmmen n rmnepocmo-
NANbHOCTbIO nasmbl [9].

OMUCAHUE CNYYAA

Hamu npepcrasned cnyyan HHJ, cemenHas ¢opma,
X-cuenneHHas, y NMauueHTOB MYXXCKOro rona, Habnopas-
LUMXCA B SHAOKPUHONOrmyeckom otaeneHnm MbY3 Kb Ne8
ropoga YenabuHcka.

Bnepsble B 3HOOKPUHONOrMYECKOe oTaeneHue ana go-
obcnenoBaHus 1 ieyeHnA nauueHT A. 6bin nepeBefeH 13 oT-
OeneHusa peaHumauum n MHTEHCUBHON Tepanuu B Bo3pacTe
1 roga 9 mec ¢ »kanobamm Ha BbIPAXXEHHYIO »Kaxzay, nonuy-
puio 6ornee 3 11 B TeUEHME CYTOK, NeproanYecKme NHTEHCMB-
Hble FrOJI0BHbIe 60K,

o JaHHbIM aHaMHe3a »KM3HU, MalbuyMK POXKAEH Ha Cpo-
Ke 39 Heg ¢ maccon npu poxkaeHuu 3750 r, ganHon 51 cm.
Du3nyeckoe U HEPBHO-MCUXMYECKOE pa3BUTME B NepBble
rofibl >KN3HW COOTBETCTBOBANO BO3PACTHbIM HOPMATUBAM.
MepeHeceHHble 3aboneBaHus — pegko OPBU. AnneproaHa-
MHe3 He oTArouleH. TpaBMbl, onepaTuBHbIE BMeLLaTeNIbCTBa
W nepenviBaHvne Kposwu otpuuaet. [pu BbIACHEHUN cemen-
HOro aHaMHe3a YCTaHOBJIEHO, YTO B CEMbE MO XKEHCKOW M-
HUK y MaTepy 1 6abywKn pebeHKa oTMeYeHa NOoBbILEeHHas
noTpe6HOCTb B BOoAe (Mama BbinvBasa 1 Bblgensana ¢ Moyoun
0 8-10 n B cyTKK, 6abyLLKa — OKOMo 7—8 N1 B CYTKM), CO CJIOB
MaMbl pebeHKa, HazHaueHre el MYHUPUHA Obino Headdek-
TUBHO, B CBA3M C YEM CaMOCTOATENbHO OblT OTMEHEH, APYro-
ro JIeueHs He ObII0 Ha3HAYEeHO.

AHamHe3 3ab6oneBaHuA

Y nauyuweHTta A. C MnageHYyeckoro BoO3pacTa HapacTanu
XKakaa v nonuypusA (Co CnoB MaTepu, MOT BblAenATb C MO-
Yo 6onee 3 N B CyTKW, MPONOPLMOHASIBHO BbINATOMY 00b-
emy xumpgkocTtn). B Bospacte 1 rog 8 mec noctynun B geTckoe
[OLWKOMbHOE YyupexaeHune, rae pebeHKa oOrpaHuyvBany
B Npueme XMNAKOCTKW, BCIeACTBME Yero y Masbumka Havanm
NOABNATbLCA N CO BPEMEHEM HapacTaTb OTEKM, HapyLLanochb
CaMOYyBCTBUE, MOABAANOCH M3MEHEHMe CO3HaHWA BMJIOTb
[10 comnopa, B CBA3M C Yem Obln rocnvTan3vpoBaH B oTae-
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HAYYHbI OB30P

NeHVe peaHMMauuK, roe 6o NpoBedeHbl HeoOXoauMble
neyebHble MEPONPUATUS C NMONOXKNTENbHBIM 3pdekTom. Mpur
NnpoBeaeHUn NlabopaToOPHO-ANATHOCTUYECKOTO  CKPUHWH-
ra obpawany Ha ceba BHUMaHUWe crepyolime nokasatenu:
B aHanM3ax Moun — MNOTHOCTb Moun 1002, CHUXKeHne 0CMO-
NAPHOCTM Moum (240 MOCM/KT), B BUOXMMUYECKOM aHann3e
KpPOBW — runepHaTpmemmns cebiwe 148 mmonb/n. YuntbiBas
anobbl Ha nonMAMNCKI, NoNMypuio (35 N1/CyT) CO CHMXEH-
HOM MNOTHOCTbIO MOUM, CEMENHYIO OTArOLEHHYI0 Hacnep-
CTBEHHOCTb W aHaMHe3 3a00MeBaHNA C XapPaKTePHbIMU K-
HUYECKMU MPOSBNEHUAMY, PebeHKy BbICTaB/IEH AMArHO3:
HecaxapHbilh guabeT LeHTpanbHOro reHesa. HasHaueHo neve-
HMe fecmonpeccuHom B fo3e 0,1 Mr B CyTKU, NPUMeYaTesibHo,
YTO B TeYeHMe rofia f03a 6bi1a yBenuueHa o 0,3 mMr/cyT.

YuutbiBas OTCYTCTBME HEOOXOAMMOro HabnogeHua 1 06-
cnepoBaHus (0TKas poauTenen), pebeHoK Mosyyasn HasHaueH-
Hyl0 Tepanuio 6eCKOHTPONbHO B TeueHuve 8 neT. B Bo3pacte
10 NeT MasnbuuK Obls1 MOBTOPHO 0OC/IEA0BAH B SHAOKPUHOJIO-
MMUYEeCKOM OTZeNeHun, rae Obiflo YCTAaHOBNIEHO, YTO Ha GoHe
perynapHoro npuvema gecmonpeccnHa 0,3 Mr/cyT HapacTa-
N CUMMTOMbBI NOANYPUX 1 nonuauncum go 7-10 n 3a CyTKu.
OpHoBpemeHHO Obln 06CnefoBaH 1 BTOPOW pebeHoK, 4 neT,
13 aHHOW CeMbM C KNMHMYeCcKnMmmn npossneHvamin HJ 8 suge
BbIPaXEHHOW »Kaxkabl 1 nonuypun (6onee 4-5 n B CyTKM), KO-
TOpble, CO C/IOB MaMbl, OTMEYaNNCh C Bo3pacTa 3 Mec, a B BO3-
pacTe 7 Mec emy Obl1 TaKXKe BbICTaB/eH AMarHo3: HecaxapHbii
[AnabeT. HasHaueH npenapart gecmonpeccrHa.

Pe3ynbratbl pusmuKanbHoro, nabopatopHoro

N NHCTPYMeHTaJIbHOro MCCHQAOBaHMﬁI

Mpu ocmoTpe pebeHKa A. COCTOAHME CpefHel CTerneHu
TaxecTn. CaMOUyBCTBME He HapyweHo. Manbuuk runep-
CTeHMYecKoro TenocnoxeHusi. Koxa — 6negHo-po3oBas,
YMEpPEeHHasA CyXOCTb KOXHbIX MOKPOBOB. CbIMHbIX 3N1E€MeH-
TOB He OTMeYeHO. [MoAKOXHOXMPOBOW CNON Pa3BUT M30bI-
TOYHO, pacnpefeneH PaBHOMEPHO. A3blK He yBenMYeH, Ha-
neTa HeT. 3eB — HebHble AYXKU He runepemMnpoBaHbl. Hag
Nerkummn ACHbIA JIeroYHbIN NEepKYTOPHbIN 3BYK. [lbixaHune
npu aycKynbTauumn Be3nKyNApHOe No BCEM MOMAM, JOMOJ-
HUTENbHbIE WYMbl He BbIC/YLIMBAKOTCA, C YacTOTOM AblXa-
TenbHbIX ABMXKeHN 18 B MNHYTY. [paHuMLbl cepaua cooTBeT-
CTBYIOT BO3PaCTHbIM HOpMaM. TOHbI cepaLa — PUTMUYHbIE,
3BYUYHble, C YaCTOTOM CepAeyHblX COKpalleHnin 80 B MUHYTY.
MMunBotr — markuin, 6esbonesHeHHbIN. [leyeHb 1 ceneseHka
He nanbnupytoTca. inypes — nonnypus, HUKTypua. Ctyn —
perynapHbin. LntoBuaHaa enesa — He yBenuyeHa. [lo-
nosble xene3bl cGOPMMPOBaHbI MPABUIIBHO MO MY>KCKOMY
Tmny — G1 P1, Anukn B mowwoHKe. TaHHep 1.

Bec — 58,500 kr, UMT — 26,3 kr/m?, SDS UMT — +2,78,
poct — 149,5 cm, SDS pocta — +1,12, noKka3saTenn cOOTBET-
CTBYET OXMPEHUIO 2-11 CTeneHu.

Mpw nabopatopHOM OOCNefOBaHN: NOKa3aTenu obLye-
ro aHanu3a KpoBu B mnpepenax HOpmbl. B oblem aHanuze
Moun obpallano Ha cebs BHUMAHME CHUXKEHWE OTHOCU-
TenbHOM NNOTHOCTU Moun — 1001, ocTanbHble NOKa3aTenu
6b1M B Nnpepenax Hopmbl. AHanu3 moun no HeunnopeHko:
nenkountol — 1750 B 1 mn, sputpoumtbl — 750 B 1 M. Mpwu
nposegeHUn Npo6bl MO 3MMHULIKOMY: fIHEBHOWN AUYpPE3 COo-
ctasnan 3855,0 mn, HouHon anype3 — 3630,0 M, CHUXKeEH-
HbI yaenbHbI BeC Mouu (1000-1003) 6bin1 BbIsSIBNIEH BO BCEX
nopumax cobpaHHo moun. OCHOBHbIe 3neKTponuTbl: Nat —
146 mmonb/n, Kt — 4,0 mmonb/n, moueBnHa — 5,5 mmonb/n,
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KpeaTuHMH — 76 MKMOJNb/fl, OCTaTOYHbIA a30T —
2,55 mmonb/n, ocmonanbHOCTb Moy — 100 mOcm/Kr, ocMmo-
nAapHocTb nnasmbl — 312 mOcm/kr. Mpoby ¢ cyxoapeHnem
MOSTHOCTBIO NMPOBECTU HE MPeACTaBUIOCh BO3MOXKHbIM, TaK
KaK uepes 2 4y pebeHKa pe3Ko yxyaLmniocb CaMOYyBCTBIE,
OTMEYaNIOCh MOBbILLIEHVE TEMNEPATYPbI A0 CyOpebpunbHbIX
undp. Yepes 2 y oT Havana npekpalyeHms ynotTpebneHus
KUOKOCTU OTMeYeHa ocmonAnbHoCcTb Moun 133 mOcCm/Kr.
Mpu npoBefeHM NPobbl C AECMONPECCUHOM OTHOCUTENb-
HaA MAOTHOCTb MOYM COXPAHANAcb MOHWKeHHon — 1004.
Mo pe3ynbraTam ynbTPa3ByKOBOIO WUCCIEAOBaHUS MOYeK
W HaiMOYEeYHUKOB BbisiB/leHa ABYCTOPOHHSAS MUEeN0o3KTa3ns
(cnpa.a po 7 MM, cieBa 4o 9 MM). YMepeHHOe CHIKeHMe 3y6-
ua T npu anekTpokapaunorpaduu.

Ha snektposHuedanorpadun BbiABMEHbI Jlerkue npu-
3HaKM BHyTpuyepenHon runepteHsum. MPT runodumsa
He NoKa3asio M3MeHeHU, Npy 06CNeJOBaHN Fa3HOTO AHA,
bYHKUMM WMTOBVAHOW »Kenesbl, HaAMo4YeyYHNKOB U3MeHe-
HUI He OTMeYeHoO.

HeBposnorom BbicTaBneH gnarHo3: MurpeHb npocTas.

JleyeHne

YuuntbiBasi OTCyTCTBUE 3P PeKTa OT paHee Ha3HAYEHHOTrO
N perynsapHo NpuHMMaemMoro gecmonpeccmHa B gose 0,3 mr
B CyTKW, pebeHoK 6bin HanpaeneH B OIBOY «<HMWLL sHpo-
KpuHonorum» r. MOckBbl, rge Obi1 NPoBeAeH METOAOM Mo-
NIMMepPasHON LenHOW peakuuun 1 nocseaylowero npsamoro
CEKBEHVPOBaAHMA aHanM3 3K30HOB W Mpunexallmx yyacT-
KOB MHTPOHOB reHoB AQP2 n AVPR2. B reHe AQP2 myTauun
He BbifBneHo. B reHe AVPR2 BbifiBNeHa remn3uroTHasa 3ame-
Ha S315I. Ha ocHOBaHWM AAHHOTO 3aKoYeHnA Obi BbICTaB-
neH guarHo3s: HedporeHHbI HecaxapHbl AnabeT, cemeliHas
dopma, X-cuenneHHasn, cpegHen cteneHu TaxecTu. Peko-
MeHZOBaH rmnoTtnasng B gose 50 mr 3 pasa B feHb, NOCTO-
AHHO, acrnapkam.

Ucxop n pe3ynbrathl nocneayiolero HabnogeHus

Ha paHHbI MOMEHT U3BECTHO, UTO Nocne 3 NIeT NOCTOAH-
HOro npuema rMnoTrasuga y pebeHka 3HauMMomn NonoXu-
TeNIbHOW AUHAMUKK He OTMEYEHO: COXPAHAIOTCA NONNypus,
nonuguncus (8-10 n B cyTKu). Mpn NpoBeaeHUN ynbTpasBy-
KOBOIO MCCNIeJOBaHUA NOYEK OTMEYaeTCA yMepeHHas oTpu-
LaTenbHaA AWHaMUMKaA (paclumpeHme noxaHok fo 8-10 mm),
nabopaTtopHO: GYHKLMA NMOYEK COXPaHeHa.

Y mnaguwero 6pata o6cyaaemoro naureHTa Ha OCHOBa-
HUWM NPSAMOro CEKBEHMPOBAHMWA Takxe B reHe AVPR2 6bina
BbIABNIEHa reMn3nroTHaa 3ameHa S315l, yto nogTBepamno
avarHo3: HedporeHHblli HecaxapHbii guabet, cemeliHas
dopma, cpegHen cteneHm TaxecT. OH NpMHUMaN moaype-
TUK, 3aTEM MMNOTUa3sng, HO TaKXKe COXPaHATCA NPOABNEHNA
HL (puypes-7-8 n B cyTKM).

OBCYXXAEHUE

BpoxpgeHHbin HHI — pegkoe HacnegcTBeHHOE Hapylue-
HUe, XapaKTepuayloLeecs OTCYTCTBUEM aHTUANYPETUYECKO-
ro apdekTa Npy npreme Ba3OMNpPeCCrHa, NPOABNALLEECH
NOBbILLIEHHbIM BblAeNIeHNEeM HU3KOW MAOTHOCTA MOYU U Bbl-
paXeHHOWN XaxXpon. TaxecTb 3aboneBaHWA BapbUpyeTcs
OT nerkon ¢Gopmbl C NOANYpPUEN 1 NONMANNCUEN [0 TAXe-
noro 06e3BOXMBAILLErO Kpr3a C aHOPEKCUEN, CHUXEHNEM
dur3nyecknx nokasartenemn, nuxopagkon n sanopom [1, 2].
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B Hawem cniyyae y naureHTa C BO3PacTOM HapacTaeT m30bi-
TOYHasA Macca Tesla BMIOTb A0 OXKMpeHUs. XKeHLWNHbI B 60b-
WMHCTBE C/ly4YyaeB ABNAITCA 340POBbIMY UM 6eCCMmMnTOM-
HbIMV HOCuTenAMW. B Hawem cnyuyae y manbumka Obinu
anr3oabl 00e3BOXKMBAHNS, B TOM UMCJIE N3-3a OrPaHNYeHNs
noTpebnaemont Xngkoctu. B cesasm ¢ nonuypuen n nonu-
auncren nosasnaeTcs 6eCCOHHMLA, YeMy conyTCTByOT $u-
3Myeckan 1 ncuxmyeckasa acteHmsaumsa [9]. Mpu X-cuenneH-
HOM HacneloBaHNM Y 6OMNbLUMHCTBA NaLMEHTOB OTMEYalOTCA
MCUXMYECKNE U SMOLMOHANbHBIE HAPYLIEHNA — TOJIOBHbIE
60111, 6€CCOHHMLA, SMOLIMOHalIbHasA HEYPABHOBELLEHHOCTb
BMJIOTb O MCKXO30B, CHUXEHNE YMCTBEHHOWN aKTVBHOCTU.
MpeacTaBneHHble MaUMEHTbl UMEKT HOPMANbHbIA WHTEN-
NEKT, MPY 3TOM CTPaJaoT MUrpeHenogobHoM 6onblo.

MyTauwnn reHa AVPR2, cBasaHHble ¢ X-cuenneHHbim HHJ,
6bInK BNepBble 06Hapy»eHbl BaH aeH OyBenaHaom B 1992 1.
Ha maHHbI MOMEHT U3BECTHO B 06OLLEN CITOXXHOCTU 254 pas-
nuyHble myTauum reHoB AVPR2 [7]. TeHeTnuyecknn aHanus
HalIMX MALMEHTOB MOKa3aN aHajorMyHble MyTaLuu, U OHK
6bINKn yHacnefoBaHbl OT MaTepy 1 6abyLKKM, KOTopble NMe-
N Nerkue nposBreHnsa 3aboneBaHus. 3HaHWE [AeNCTBUA
peuenTopa, Bbi3BaHHOro MyTauuen B reHe AVPR2 nnn Ho-
cuTene, NOMOXeT obecneunTb afeKBaTHbIN YXOf U NieYeHune
naumneHToB ¢ BpoxaeHHbIM H]. Llenbio neyeHna naymeHToB
c Hl aBnaeTca obecneyeHne Hagnexallero 6anaHca »K1UgKo-
CTV M NpefoTBpaLLeHNE YMCTBEHHOW OTCTaNoCTU 13-3a CUJb-
HOro 06e3BOXIMBaHWA, 0COBEHHO B HEOHATAJIbHOM Nepuoae
1 paHHem MnageH4yecTBe. OCHOBHOE NleuyeHne — obecneye-
HMe afeKBaTHOro 1 CBOOOAHOrO MOTPEOSIEHUS KUOKOCTY,
NPUBEPXKEHHOCTb HU3KOCONEBOW W HW3KOOENKoBOW Aue-
Te, Ha3HaUeHNe HeCcTepOMAHbIX MPOTUBOBOCMANIUTENbHbBIX
CPenCTB, TMA3NTHbIX UK Kanuii-cbeperaoLmx ouypeTmkos
no HeobxoguMocT NGO MHAOMEeTauuHa. Mpenapatbl rv-
APOXnopTurasnia B HaCTosLLEe BPeEMA — eAUHCTBEHHbIE Ha-
3Hayaemble npenapaTbl y NaUMeHToB C cemMelHol popmon
HHI, HO oHW He Bcerga MMEIOT MONOXWTENbHBIA 3ddeEKT.
TpebytoTca fanbHellwee n3yyeHne N paspaboTka npenapa-
TOB C BblPaX€HHOW JOKa3aHHOM 3P EKTUBHOCTBIO Y AaHHBIX
naLueHToB.

3AKNIOYEHUE

HO — oTHocuTenbHO pepkoe 3aboneBaHue, KOTOpoe
ABNAETCS NPOONEeMON He TOJIbKO MeAULVHCKOW, HO U CO-
UManbHOM, 1 ncuxonornyeckon. MNMpu noaBneHUn »Kaxgbl
y pebeHka HeobXoAMMO CBOEBPEMEHHO [AMArHOCTMPO-
BaTb 3a00JsieBaHMA, COMPOBOXAAMOWMECA BbIPaXKEHHOM
nonMAUNCUEn, Tak Kak orpaHuyeHne XnaKkocTu B 4ETCKOM
BO3pacTe YacTo ABMAETCA MPUUMHOWN TAXKesNbIX MeTabo-
nnyecknx HapyuweHui. CBoeBpeMeHHaa npaBuiibHasa Au-
arHOCTMKa AaHHOro 3aboneBaHuA MNO3BONAET M36eXaTb
TAXENbIX OCNOXHEHWWN, Ha3HayaTb afleKBaTHOE JleyeHue.
OcHoOBHbIM MeTofoM NeyeHua HJ LeHTpanbHOro reHesa
[O HacToALero BpPeMeHW OCTaeTCA Ha3HayeHue [ecmo-
npeccuHa, B TO BpPems Kak nogreepxpaeHHbin HHJ, Tpeby-
€T Ha3HayeHusa rmnotmasnga WM couyeTaHus rmnotmasu-
Ja C NHOOMETAUMHOM UAN C amunopuaom. YUntbiBas, uto
HecaxapHbIN X-cUenneHHbIN AnabeT B HACTOALWMNIA MOMEHT
ABNAETCS 3aboneBaHMEeM C HebGnaronpusiTHbIM UCXOOOM,
JETAM C KIIMHNYECKMMU NPOSIBNIEHNAMM 1 NaBOPaTOPHbIMM
nokasatenamu HH][l pekomeHfoBaHO NpoBefeHne meau-
KO-reHeTnyeckoro obcnegoBaHums.
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UcTtouHuk ¢puHaHcmpoBaHua. MMonckoBo-aHanuTMyeckas pabota
1 NOAroTOBKa CTaTbU NPOBEAEHbI Ha INYHble CPEACTBa aBTOPCKOro KO-
neKTuBa.

KOHGNUKT mHTepecoB. ABTOpbI MOATBEPXKAAIOT OTCYTCTBME ABHbIX
1 MOTeHLManbHbIX KOHIMKTOB MHTEPECOB, CBA3aHHbIX C Ny6nunKaLuven Ha-
CTOALLEN CTaTbM.

YyacTue aBTOpOB. Bce aBTOpbI BHEC/IN 3HAUMMBbI BKNAJ, B MOATOTOBKY

pyKonucu, npounu 1 ogobpunmn GriHanbHbI BapraHT.

HAYYHbI OB30P

Cornacue naumeHTa. 3aKOHHbIM MpefCcTaBuTENIEM NaLUeHTa MOAMU-
caHo MHPOpMMPOBaHHOE cornacue Ha NybaMKaLmio NepcoHanbHON Meaw-
LMHCKON nHpopmauun B XypHasne «[lpobnembl SHOOKprHONOrumn» B 0bes-
nuyeHHon dopme.

BnaropapHocTu. Bbipaxkaem 6n1arofapHocTb 3a MpoBeAeHHOe More-
KyNAPHO-TeHeTNYeCKoe MCCIeAoBaHNe OTAENEHNIO HAC/eACTBEHHbIX SH-
nokpuHonatuin OIbY «HaumoHanbHbIN MeANLNHCKWI NCCneaoBaTeNbCKUin
LeHTp 3HAOKpuHonorun» MuHsgpasa Poccuu.

CMUCOK JINTEPATYPbI | REFERENCES

1. [Hepos V.M., MenbHuueHko IA, Muraposa E.A, v ap. OepepansHole
KNVMHWYECKNE PEKOMEHAALNM MO AMArHOCTUKE W NIeUeHo
HecaxapHoro AuabeTa y B3pocnbix // OxupeHue u Memabonusm. —
2018. — T.15. — Ne2. — C. 56-71. [Dedov ll, Mel'nichenko GA,
Pigarova EA, et al. Federal clinical guidelines on diagnosis and
treatment of diabetes insipidus in adults. Obesity and metabolism.
2018;15(2):56-71. (In Russ.)]. doi: https://doi.org/10.14341/0met9670

2. Kvipwmiok MJ1. LieHTpanbHblii HecaxapHbii avabet //
MexdyHapoOHbIU 3HOOKpUHOM02UYecKul XypHan. — 2013. — T. 5. —
No53. — C. 64-69. [Kiriliuk ML. Tsentral'nyi nesakharnyi diabet.
Mezhdunarodnyi endokrinologicheskii zhurnal. 2013;5(53):64-69.

(In Russ.)].

3. Bockenhauer D, Bichet DG. Pathophysiology, diagnosis and
management of nephrogenic diabetes insipidus. Nat Rev Nephrol.
2015;11(10):576-588. doi: https://doi.org/10.1038/nrneph.2015.89

4. Knoers N, Levtchenko EN. Nephrogenic diabetes insipidus. In: Avner ED,
Harmon WE, Niaudet P, Yoshikawa N. Pediatric nephrology: 6-th edition.
Berlin-Heidelberg: Springer-Verlag; 2009. P. 1005-1018.

5. Wesche D, Deen P, Knoers N. Congenital
nephrogenic diabetes insipidus: the current state
of affairs. Pediatr Nephrol. 2012,27(12):2183-2204.
doi: https://doi.org/10.1007/500467-012-2118-8

6.  Bichet DG, Bockenhauer D. Genetic forms of nephrogenic
diabetes insipidus (NDI): Vasopressin receptor defect (X-linked)

and aquaporin defect (autosomal recessive and dominant).
Best Pract Res Clin Endocrinol Metab. 2016;30(2):263-276.
doi: https://doi.org/10.1016/j.beem.2016.02.010
7. Janchevska A, Tasic V, Gucev Z, et al. X-Linked Recessive Form of
Nephrogenic Diabetes Insipidus in A 7-Year-Old Boy. Balk J Med
Genet. 2014;17(2):81-85. doi: https://doi.org/10.2478/bjmg-2014-0078
8. Tionbnakos A.H. Py6uos MN.M., LWaHanH A.H. CemeiiHblii BapraHT
HedbporeHHOro HecaxapHoro ArabeTa € YaCTUUHO COXPaHHOM
KOHLIEHTPALWOHHOW GYHKLMWEN NoyeK, 00yCIOBNEHHIN
romosunrotHon myTtaumnen D150E B reHe aksanopuHa-2
(AQP2) // lpobaemel SHOoKkpuHomoeuu. — 2007. — T.53. —
Ne5. — C. 13-18. [Tyulpakov AN, Rubtsov PM, Shandin AN.
Familial type of nephrogenic diabetes insipidus with partially
preserved renal concentration function, which is caused by
homozygous D150E mutation in the aquaporin-2 (AQP-2)
gene. Problems of Endocrinology. 2007;53(5):13-18. (In Russ.)].
doi: https://doi.org/10.14341/probl200753513-18
9.  CaseHkosa H.., CemeHoBa O.A, CrenaHoBa A.A. BpoxaeHHbIN
HedpOoreHHbI HecaxapHbli AnabeT y AeTell 1 NogpocTKos. Hosas
cTpatervia Tepanuw // Hegpponoaus. — 2017. — T.21. — N°3. —
C.9-17. [Savenkova ND, Semenova OA, Stepanova AA. Congenital
nephrogenic diabetes insipidus in children and adolescents. The new
strategy of therapy. Nephrology (Saint-Petersburg). 2017;21(3):9-17.
(In Russ.)]. doi: https://doi.org/10.24884/1561-6274-2017-3-9-17

Pykonucb nonyyeHa: 08.04.2022. OgobpeHa Kk nybnukaumu: 13.07.2022. Ony6nukoaHa online: 30.10.2022.

NHOOPMALINA OB ABTOPAX [AUTHORS INFO]

*Knenanosa Buktopusa BauecnaBoBHa, K.M.H. [Victoria V. Klepalova, Associate Professor]; agpec: Poccus,
454092, YensabuHck, yn. Boposckoro, a. 64 [address: 64, Vorovsky street, 454092, Chelyabinsk, Russia];
ORCID: https://orcid.org/0000-0001-9251-5033; SPIN-koz: 1620-9722; e-mail: victory69@mail.ru

MywkapeBa Onbra CepreeBHa [Olga S. Pushkareva, assistant]; ORCID: https://orcid.org/0000-0002-4999-8110;

SPIN-kop: 6088-5135; e-mail: olik-sh@mail.ru

UsopoBa Hatanba BnagumuposHa [Natalia V. Iziurova, assistant];

ORCID: https://orcid.org/ 0000-0002-0049-2194; SPIN-kopa: 7970-7527; e-mail: natusaz@live.ru

AkceHoB AnekcaHap Bnagumupouy, K.Mm.H. [Alexander V. Aksenov, Associate Professor];

ORCID: https://orcid.org/0000-0001-7675-0500; SPIN-kof:8688-8874; e-mail: alexandr.axyonov@yandex.ru

LUTUPOBATbD:

Knenanoga B.B., Mywkapesa O.C., U3toposa H.B., AkceHoB A.B. CemeliHaa dopma HedporeHHoro X-cLienneHHOro Hecaxap-
Horo auab6erta // [lpobnemel sHOOKpuHono2uu. — 2022. — T. 68. — N25. — C. 87-90. doi: https://doi.org/10.14341/probl13098

TO CITE THIS ARTICLE:

Klepalova VV, Pushkareva OS, Iziurova NV, Aksenov AV. Family form of nephrogenic X-linked diabetes insipidus. Problems of
Endocrinology. 2022;68(5):87-90. doi: https://doi.org/10.14341/probl13098

Mpo6nembl 3HAOKPUHONOrMN 2022;68(5):87-90 doi: https://doi.org/10.14341/probl13098 Problems of Endocrinology. 2022;68(5):87-90


mailto:olik-sh@mail.ru
mailto:alexandr.axyonov@yandex.ru
https://doi.org/10.14341/probl1
https://doi.org/10.14341/omet9670
https://doi.org/10.1038/nrneph.2015.89
https://doi.org/10.1007/s00467-012-2118-8
https://doi.org/10.14341/probl200753513-18
https://doi.org/10.24884/1561-6274-2017-3-9-17

	_Hlk100235869
	_Hlk85811060
	_Hlk85808285
	_Hlk85878002
	_Hlk88500883
	_Hlk94707403
	_Hlk93512425
	_Hlk93513081
	_Hlk93513286
	_Hlk88501629
	_Hlk94707864
	_Hlk95129264
	_Hlk101127596
	_Hlk101181180
	_Hlk87187703
	_Hlk87188474
	_Hlk87187888
	_Hlk87187309
	_Hlk107638672
	_Hlk107639087
	_Hlk107638249
	_Hlk87165520
	_Hlk87681948
	_Hlk87166522
	_Hlk88511391
	_Hlk88512995
	_Hlk88926841
	_Hlk88831000
	_Hlk96887168
	_Hlk97759677
	_Hlk97760521
	_Hlk98071662
	ZOTERO_BREF_WOnKdguDMu35
	ZOTERO_BREF_IplMwfN88mU1
	ZOTERO_BREF_UHOPPa6r1kQI
	ZOTERO_BREF_DbBhOJhEsOtP
	_Hlk96336506

