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HE®POTEHHbI HECAXAPHbIVW BUABET, OBYCJIOBJIEHHbIV PAHEE @

HE ONMNCAHHOI MYTALUEN B FEHE AVPR2 Csaiee’
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OrbY «<HMUL, sHpokprHonorum nm. akagemuka N.M. Degosa» MuHsgpasa Poccuun, Mocksa, Poccus

HecaxapHbii gnabet (HO) — 310 opdaHHOe 3aboneBaHme, KNMHNYECKN NPOABAAOLLIEECA BblPaXKEHHOM »KaXAoN 1 dKCKpe-
uuen 6onbluoro KonuyecTsa passefeHHon moun. Hepporernnbin HA (HHA) xapakTepu3syeTca pe3ncTeHTHOCTbIO K AeNCTBIIO
aHTugnypetmnyeckoro ropmora (AAr). HacneacteeHHbin HH B 90% cnyvaeB CBA3aH C MyTauueln B reHe peLientopa Baso-
npeccrHa, KOTOPbIN 3KCNpeccupyeTcsa B Noykax Ha cobupaTenbHbix Tpyboukax (AVPR2); pexxe BcTpeuaeTca fedekT reHa
akesanopuvHa 2 (AQP2). B gaHHOM KnnHMYeCcKoM cnyyae npefactaBfieHa HoBaa MyTauna B reHe AVPR2 (remusurotHaa myTa-
una ¢.587T>C, p.Phe196Ser), paHee He onvcaHHasA B NuTepaType, BbIABNEHHAA Y 29-N1eTHero My>kumHbl. [aymeHT oTmeya-
€T BbIPaXXeHHYI0 XaXKAy 1 MONNYpPUI0 C paHHEero AeTcKoro Bo3pacta. [juarHo3 HedporeHHoro HecaxapHoro guabeta (HHJ)
6bl1 NOATBEPKAEH B BO3pacTe Tpex JieT Ha GoHe BbIpaXKeHHOro CMHAPOMa NOANYpUN-NoANANNICUN N NPoBeaeHHO NPobbl
C cyxoefieHmeM. o pesynbTatam Npobbl ¢ LeCMONPEeCCMHOM MPUPOCTa OCMONANIBHOCT MOYM BbIIBNEHO He 6bi10. [JaHHble
MarHUTHo-pe3oHaHcHon Tomorpadun (MPT) ronoBHOro Mo3ra He NOATBEPAUNU CTPYKTYPHbIX aHOManuin. feHeTnueckun
aHanus, NPoBefeHHbIN B 29 NeT, BbIABMN PefKytlo MyTaLuio, MPUBOAALLYIO K 3aMeHe aMUHOKMCNoTbl deHnnanaHuH (Phe) Ha
cepviH (Ser) B nonoxeHnn 196 monekynbl 6enka-peventopa (p.Phe196Ser). MauneHTy 6bin pekoMeHA0BaH NpYem TUasugHo-
ro AuMypeTrkKa COBMECTHO C Mpenapatamm Kasvs, YTO NPUBENO K CHIKEHWIO XaXKbl U YMeHbLUeHnio o6bemMa BblgenaemMon
Moum. OfiHaKo cnycTaA 2 Heflenu fieuyeHns pa3Buiacb CUMNTOMaTUYeCKas rMnoKanMemms, YTo 3acTaBuo NpekpaTuTb Nnpuem
rMapoxXnopoTnasraa, Nocsie Yero ypoBeHb Kanua ctabunusuposanca, Ho cumntombl HHI BepHynuck. Tepanua HecTepo-
naHbIMK NpoTrBoBOCManuTesbHbiMK cpeacteamm (HMBC) He npuBena K 3HaYMMOMY KnuHMYeckomy 3bdekTy. boino npum-
HATO peLleHre BO30OHOBUTb NpMEM rMAPOXIopoTMasnga B 6onee HU3KOM f03€e B COYETaHMM C NpenapaTaMmy Kanus 1 Ka-
nuncbeperatowm auypetukom. HabntogeHre 3a naymeHTomM npogomKaeTca. [laHHbIN KNMHUYECKMIA ClyYali nogyepKusaeT
BaXXHOCTb MEXANCUUNANHAPHOro Noaxoaa K anddepeHumanbHol AnarHocTrke 1 neveHuio HI ¢ uenbio npefoTBpaLleHuns
OCJIOXKHEHMWI 1 YNyYLLEHWA KauyecTBa XM13HW NauneHToB C CMHAPOMOM NOIMAUNCMN-NONNYPUN.

KJTKOYEBDIE CJIOBA: HeghpozeHHbil HecaxapHubili duabem; nonuduncus; Noauypus; eazonpeccuH; mymayus; AVPR2.

NEPHROGENIC DIABETES INSIPIDUS ASSOCIATED WITH A NEW MUTATION
INTHE AVPR2 GENE

© Yulia A. Aleynikova*, Mariia S. Berlovich, Ekaterina A. Pigarova, Larisa K. Dzeranova, Maria S. Pankratova
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Diabetes insipidus (DI) is an orphan disease clinically characterized by profound thirst and the excretion of large volumes of
dilute urine. Nephrogenic diabetes insipidus (NDI) is characterized by resistance to the action of antidiuretic hormone (ADH).
Hereditary NDI is associated with mutations in the vasopressin receptor gene, AVPR2, in 90% of cases; less frequently, defects
in the aquaporin-2 gene (AQP2) are observed. This clinical case presents a novel mutation in the AVPR2 gene (hemizygous
mutation ¢.587T>C, p.Phe196Ser), which has not been previously documented in the literature, identified in a 29-year-old
male. The patient reports significant thirst and polyuria since early childhood. The diagnosis of nephrogenic diabetes insip-
idus (NDI) was confirmed at three years of age against a backdrop of severe polyuria-polydipsia syndrome, aided by a wa-
ter deprivation test. No increase in urine osmolality was observed following the administration of desmopressin. Magnetic
resonance imaging (MRI) of the brain did not reveal any structural anomalies. Genetic analysis conducted at the age of
29 identified a rare mutation resulting in the substitution of phenylalanine (Phe) with serine (Ser) at position 196 of the re-
ceptor protein (p.Phe196Ser). The patient was advised to take a thiazide diuretic alongside potassium supplements, which
led to a reduction in thirst and a decrease in urine output. However, after two weeks of treatment, symptomatic hypokalemia
developed, necessitating the discontinuation of hydrochlorothiazide. Following this cessation, potassium levels stabilized,
but NDI symptoms recurred. Therapy with non-steroidal anti-inflammatory drugs (NSAIDs) did not yield significant clinical
effects. A decision was made to resume hydrochlorothiazide at a lower dose, in combination with potassium supplements
and a potassium-sparing diuretic. The patient is under ongoing observation. This clinical case emphasizes the importance of
an interdisciplinary approach in the differential diagnosis and treatment of diabetes insipidus, aimed at preventing compli-
cations and improving the quality of life for patients with polydipsia-polyuria syndrome.
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AKTYAJIbHOCTb

HecaxapHbiii gnabet (H) — 310 opdaHHOe 3abonesa-
HWe, KNMHUYECKN NPOABNAIOLEECA BblPa)KEHHOW »KarK4om
(nonuamncuen) n aKcKpeumnen 6oNbLOro KonmyecTBa pas-
BefileHHON moun (nonunypuren) [1]. CuMNToMbl 06YCNOBMEHDI
HapyLeHneM CMHTe3a aHTUaMypeTmyeckoro ropmoHa (AN
NMBO CHUKEHWEM ero AeCTBUA B MOYEUYHbIX KaHanbuax,
4YTO MPUBOAUT K NMOTEPE XUAKOCTU C MOYOW, SNEKTPONUT-
HbIM HapyLWeHMAM U KOMMEHCAaTopHOW nonuauncun [2].
UentpanbHbin HA (LHA) xapaktepusyetcs geduumtom AN,
HedporeHHbin HO (HHO) — pe3sucteHTHOCTbO K ALl O6e
dopmbl HIl nogpasgensitoTca Ha BPOXKAEHHbIE, CBSI3aHHble
C MyTaUMAMY B FreHax, U NpuobpeTeHHble. [0BOps O CUHAPO-
Me MOAUAUNCUN-NONNYPUKX, HEOOXOAMMO MOMHMUTb O TaKMX
penkux dopmax HJl, Kak recTareHHbIN, ATPOreHHbIN N GYHK-
LMOHaJbHbIN, CBOEBPEMEHHO NPOBOAUTb AnddepeHLmanb-
HYyI0 AMarHoCcTuKy Tmnos HZ, oTnnyas mnx Takxe oT NnepBuy-
How nonuauncum [3].

leHeTnueckn o6ycnosneHHbln LIHI accoummposaH
C myTaumein B reHe AVP, Takxe 3aboneBaHue BCTpeyaeTcs
npu DIDMOAD cuHgpome (CnHapome Bonbdppama). Ha-
cnencteeHHbin HH B 90% cnyyaeB cBA3aH C MyTauuen
B reHe peuentopa Ba3oMNpeccuHa, KOTOPbIA 3KCNpeccmpy-
€TCA B NoYKax Ha cobrpatenbHbix Tpyboukax (AVPR2), pexe
BCTpevaeTcs aedeKT reHa akBanopuHa 2 (AQP2) [4]. Mpnob-
peTeHHble popmbl LIHL cBsizaHbl C MaTosiorMen cpeanHHbIX
CTPYKTYpP MO3ra, B YaCTHOCTU — HeWporunodusa, moryt
ObITb KaK ClneacTBMEM aHOMANNin Pa3BUTUS, TaK U NMOBPEX-
[EHWI FOIOBHOIO MO3ra Pa3fiMyHOro reHesa [5]. BTopuyHbii
HH moxeT 6biTb CneacTBMEM PasfIMUHbIX 3a00s1IeBaHNI,
B UYAaCTHOCTU caxapHoro amaberta, MeTabonMyeckux Hapy-
WEHUN: runepKanbuMemMmum M ryunoKannemmnn, naTonorum
rMouyek, B TOM Ynciie CBA3AHHOWN C OBCTPYKLMEN MOUYEBbIBO-
OAWMX NyTen, neyeHem npenapaTamm INTUA, HEKOTOPbIMK
rpynnamv aHTM6UOTUKOB, MPOTUBOTPUOKOBLIMU 1 MPOTUBO-
onyxoneBbIMy cpefcTBamu [6].

Mpu pasButun HIO nwoboro reHesa HabnwopaeTcss Bbl-
neneHne 60MbWOro KONMYecTBa pPasbaBNeHHOW Mouun
NAOTHOCTbIO MeHee 1005 r/n N OCMONANBHOCTBIO MeHee
300 MOcCMm/Kr, UTO NPUBOAUT K AepUUNTY BHYTPUKIETOYU-
HOW 1 BHYTPUCOCYANCTON XNAKOCTM, TMNEPOCMONANbHOCTA
naasmbl, NPONCXOAMUT aKTMBaLMA OCMOPELENTOPOB rMMnoTa-
namyca 1 BO3HUMKHOBEHME XakAbl. KnuHuyeckaa kapTuHa
HJ 3aBUCUT OT cTeneHn 06e3BOXMBAHUA W KOMMEHcaLum
MoYyeyHbIX NOTEPb BOAbI AOCTATOYHbIM NOTPEBNEHEM XKN-
KocTw. [pn OTCYTCTBUU CBOEBPEMEHHOIO BOCMOIHEHMWA MO-
Tepb BOAbI 1 afeKBAaTHOTO NIeYEeHUA Pa3BMBAKTCA OCSIOKHE-
HWA B BUAE TAXKENON Aerngpataunm n runepHatpuemmn [71.

BakHenwum acnekTom neyeHua naumeHTa C CUHAPO-
MOM MONMAUNCUN-NONINYPUN ABAAETCA CBOEBPEMeEHHas
anddepeHumanbHas AMArHOCTUKA, Tak Kak MPOrHo3 3abo-
neBaHVA BO MHOIOM 3aBMCUT OT ero stuonoruun. Beugy no-
NM3TMOJNIOTMYHOCTY CMHAPOMA B MepBYylo ouepedb HeOOXO-
OVMO NoATBEepAUTb HanuumMe rMNOTOHUYECKOW Monnypuu,
B JaJIbHEMLLEM WUCKIIIOUNTb Hanbosiee pacnpocCTpaHeHHble
npuunHbl HHI, Takne Kak caxapHbli AnabeT, noyeyHas He-
[OCTAaTOYHOCTb, rMnepKanbLemMma, rmnepkanneMma nu ru-
nepkanbunypma. OGHOMOMEHTHAA OLleHKa OCMONANBHOCTN
MOUM U KPOBWU, a TaKKe YPOBHA HATpuA B KPOBU, 6e3ycos-
HO, fOJIXKHa ObITb MPOBefieHa, OHAKO, yUUTbIBAsA, YTO Nauw-
€HT noTpebnAeT 60/bWOoe KONNYECTBO BOAbI, MPU HUKUX

nokasaTefiAX OCMONIANIbHOCTU MOYM Mbl BPAL /M MONyYnM
JaHHble, CBUAETENbCTBYIOWME O TUNEPOCMONIANIBHOCTY
nnasmbl ¥ rMnepHaTpuemun. B sTom cniyyae LenecoobpasHo
npoBefeHne TecTa BOAHON AenpuBaumm C Lenblo NCKoYe-
HUA NepBMYHON nonuauncum n noaTeepxaeHna HO. Cne-
ZOYIOLWMM LWarom, COrfnacHoO KIMHUYECKMM peKOMeHZaunaMm,
ABMAETCA NPOBeAeHME TeCcTa C AECMONPECCMHOM Ansa and-
depeHumanbHomn guarHocTnkn mexkgy LUIHO v HHA [8].

MepBuyuHbii HHJ yaule pebotmpyeT B paHHEM AeTCKOM
BO3pacTe, Yrpoxas 3afep>KKon Gpur3myeckoro, HepBHO-MNCK-
XMYECKOTO Pa3BUTUS 1 KOTHUTUBHbIX GYHKLMIA BCleacTeme
MOCTOAHHOW JernppaTtauny 1 TAXKeNbIX MeTabonmyeckux
HapyweHnn [9]. BropnuHbin HHJ anarHocTtmMpyeTtca uvauye
y B3pOC/ibiXx Ha GpoHe 3a60NeBaHU, HapyLLAOLWNX KOHLIEH-
TPaUUOHHYI0 (YHKLMIO MOYeK, OAHAKO OMUCaHbl Ciyyau
BPOXOEHHbIX aHOMANNA MOYEBbIAENUTENIbHON CUCTEMDI,
NpuBOAALLME K HapYLLEHWIO YPOANHAMMKY, KOrda KIvHuYe-
CKadA CcMMMTOMaTMKa cxogHa ¢ nepsuyHbim HJ [10].

OnNncaHHbIN HaMKW KITMHWYECKMI ClyYal [eMOHCTpUpyeT
OTCYTCTBUE cBOeBpemeHHon Tepanuu HHI npn paHHen gu-
arHoCTvKe 3aboneBaHus.

OMUCAHUE CNYYAA

MauueHT K., 29 neT, camocTosiTenbHO obpatuncsi B 2024 .
B8 M'HU OIrbY «HMWL, sHpokpnHonoru» MuH3gpasa Poccun
C ’kanobamm Ha UHTEHCUBHYIO »axay, nonmypuio 1o 15 nu-
TPOB B CyTKU, HUKTYputo. Co CnoB nauneHTa, gmarHos «HI»
YCTaHOBJIEH B BO3pacTe 3 NeT Ha HOHe BbIPa’KEHHOTO CUH-
ApOoMa MONVypUU-MOAVAUNCAN U MPOBEAEHHON NPOO6bI
C cyxoefieHnem. B nocnegyioliem nHnumMmnpoBaHa Tepanma
[leCMONpPeCccUHOM 6e3 3HaUMMOTrO KIIMHNYECKOTO 3pdeKTa.

ExxerogHo ¢ 2014 no 2016 rr. nauMeHT HaxoAuNca Ha CTa-
LUVOHapHOM 06CnelOBaHUN MO MECTY >KUTENIbCTBA C »Kao-
6amy Ha CcoxpaHAIoLMECs NONNYPUI0, MONANMNCHUIO, @ TaKXKe
MOCTOSIHHOE UYBCTBO XOJI0fA B 06/1aCT! BEPXHUX Y HVKHUX
KOHEUYHOCTEN, MOCYHEHUE HOCOTYOHOro TpeyronbHuKa. He-
OfHOKpaTHO nposogunacb MPT ronosHoro mosra (TM) —
JaHHbIX 32 HapyLLEeHMe LeHTpasbHbIX CTPYKTyp M nonyuyeHo
He 6bin10. COrnacHo BbINMMCHOMY 3MMKPU3Y NMaLyeHT nosnyyan
B TeUeHVie OAHOW Heflenn AeCMOMNPECCUH MHTPaHa3anbHo 6e3
KNMHMYeckoro a¢deKTa, BbiMUCcaH C anarHosom: «funoTana-
MUWYECKUI CUHAPOM, HeCaXapHbI AabeT, TAXKenoe TeuyeHne,
HepporeHHass ¢opma, CTagmsa AeKoMMneHcauun. PesuncreHT-
HOCTb K NleyeHunto (MUHMPUHY, rmnoTrasuay)». Co cnos nauu-
€HTa, JIeueHre rmnoT1asraom He nosyyar.

B aBrycte 2024 r. ambynatopHo B MHLU ®OIbY «<HMWL
SHAOKPUHONOIMWY, YUNTbIBAA JaHHble aHamMHe3a 1 pe3u-
CTEHTHOCTb K Tepanuy fecMonpeccMHOM, NOCTaBNeH ana-
rHo3 «<HHO» n pekomeHZOBaH NpYemM rMAPOXIopoTMasnaa
B J03€e 25 Mr yTPOM 1 Be4epoM COBMECTHO C npenapaTamu
Kanus (NaHaHrvH no 2 Tab. 2 pasa B CyTKU) MO KOHTPOJIEM
anypesa v anektponutoB 1 pa3 B 2-4 Hegenu. Yepes 2 He-
[enuv nauueHT OTMETU CHIXKEHMNE YyBCTBa XaXzbl, 00bem
BblAeNAeMON XUAKOCTN CoKpaTuica ¢ 15 go 8 nutpos. Npn
OLIeHKE 3N1eKTPOJINTOB KPOBW BbIABNEHO CHMXEHME YPOB-
HA Kanusa ¢ 4,37 po 3,07 mmonb/n. B ¢BA3M ¢ BO3HUKLWIMM
UYyBCTBOM AUCKOMPOPTA, «MOKaNblBaHWA» 3a TPYAUHON,
rmnokannemMmen, caMoCTOATENIbHO OTMEHUN npuem mnpe-
napaTtoB, MOC/e Yero ypoBeHb Kajnsa B KPOBU MOBbLICMACA
[0 3,97 MMONb/N, NCYE3NIN HEMPUATHbIE OLLYLLIEHNA 3a FPY-
OVHON.
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B Hos6pe 2024 r. Ha ¢oHe pekomneHcaumn HHI, BBU-
Oy OTCYTCTBUS JiIeUeHMs,, MaLUeHT TroCnUTannM3npOBaH
B oTgesnieHne HenposHgokpuHonorum MTHU OrBY «HMKL
SHAOKpuHonormn» MwuH3gpaBa Poccun. Mo pesynbratam
nabopaToOpHOro MCCefOBaHMA: OCMONAIBHOCTb MOUYN —
62 MOcm/Kr, HaTpuin — 144,5 mmonb/n (135,00-145,00), Ka-
nmn — 4,2 mmonb/n (3,50-5,10), oTHOCKTENbHAS NMNOTHOCTb
pasosou nopuun moun — 1,003 r/n (1,018-1,030). OyHKLMA
nouek coxpaHeHa, CKO no CKD-EPI— 82 mn/munH/1,73 m2. AnA
VICKNIOYEHNA LeHTpanbHOro reHesa HI B otgeneHnmn npose-
ZeHa npoba ¢ 4ecMonpeccuHoM, No pesynbTaTamMm KOTOpoW
NPUPOCTa OCMONANIBHOCTV MOYM BbIABJIEHO He 6bu10. Mpu
reHeTNYeCKoM NCCNIeOBaHMM OOHapyXeHa MyTauus B reHe
AVPR2 (remmsmrotHas myTauusa ¢.587T>C p.Phe196Ser), pa-
Hee He OMuCaHHasA B NINTepaType, YTO NO3BOAUNIO Bepudu-
uMpoBaTb gnarHo3: «<HHO».

YuuTbiBas pa3BuTMe rMnokKanmemMun Ha GpoHe Tepanmm Tu-
a3ngHbIMY AVYPETUKaMK, HECMOTPS Ha MpUem MpenapaTos
Kanus, B CTaLMOHape MHNLIMUMPOBaHa Tepanus HeCTePOVAHbI-
MU NPOTUBOBOCMaNMTENbHbIMK cpegcTtBamm (HIMBC). Ha poHe
nprema néynpodeHa B go3e 400 Mr/CyT 3HAUMMOTO KINHMYe-
cKkoro 3¢dekTa nonyueHo He 6b110. MNPUHATO peLueHne BO3-
0OHOBUTbL TEPANUIO MMAPOXTOPOTNA3NLOM B YMEHbLUEHHON
BLBOE CYyTOYHOW f03e — 25 Mr COBMeCTHO C npenapaTtamu Ka-
nus (Kanua 1 MarHus acnaparvHar). Takxe K Tepanuu gobas-
NeH Kanuncbeperaowmmn guypetuk (@munopug) 8 gose 5 mr/
cyT. PekomeHAoBaHO HabnogeHWEe B AMHAMIIKE C KOHTPONEM
CYTOUYHOIO Anype3a, SNeKTPOSINTOB, KPeaTMHNHA C PacyeToM
CKO. Mpu pa3Butum runokannemMmmn, HECMOTPA Ha NPUEM Ka-
NVA M MarHyA acrnaparvuHaTta, PeKOMeHAOBaHO pPeLIeHne BO-
npoca o 3aMeHe MnpernapaTa Ha Kanua xnopug. HabniogeHne
3a NaLVEeHTOM NPOJOHKAETCA.

OBCYXXAEHUE

BpoxpaeHHaa popma HHJ obycnoeneHa myTtauuen B re-
Hax AVPR2, AQP2, SLC14A1 nnu SLC14A2 [11, 12]. NpepcTas-
NIEHHbIN KIMHUYECKNIA Crlyyan OeMOHCTpupyeT passuTune
3aboneBaHua BcrefcTeue mytauum B reHe AVPR2, B ocHo-
BE KOTOPOW NEeXWT HeuyyBCTBUTENbHOCTb V2-peuentopos
(V2R) k ALl Y 3gopoBoro yenoseka B3anmogenctemne ALl
¢ V2R Ha 6a3onatepanbHoOi meMbpaHe KNeTok cobuparenb-
HbIX Tpyb6ouek akTneunpyeT LAM® 1 npoTemHknHasy A, uto
NpPUBOANT K BCTPanBaHMO 6eNlKoB BOAHbIX KaHanos AQP-2
B anVIKaNbHYI0 MeMOpaHy KJIETOK U MOBbILLEHMIO MPOHMLae-
MOCTU 3TOV MeMbpaHbI 4jis BOAbl. Y NALMEHTOB C MyTaL MMM
B reHe AVPR2, KapTupoBaHHbIMM Ha ANMHHOM nieye X-Xpo-
MOCOMbI B pernoHe 28 (Xq 28) n kogupytowmmun V2R, pa3su-
BatotcA npoaAsnenunsa HHA [11, 12, 13]. Ctont oTmMeTUTb, YTO
OaHHbIA BUJ, reHeTMYecKkom natonorum BcTpeyvaerca B 90%
CNyyYaeB 1 yalle y MY>XUUH, MOCKOMbKY XapakTepHo X-cue-
NnieHHoe peueccnBHoe HacnegoBaHue [11, 12]. Y XeHWwmH
C reTepo3MroTHbIMU MyTaLUsSIMU MOXEeT HabndaTbCs ner-
Koe TeueHne HH[] B 3aBUCMMOCTU OT HaNM4YMA PasINYHON
aKTMBaLUW MyTUPOBAHHOrO reHa [14].

Mpu nccnegosaHum 6uomatepuana nauueHTa K., npu
cekBeHupoBaHMn reHa AVPR2, BbiABNeHa remmsnroTHas
TpaH3ULUUA, 3aMeHa LUUTO3MHA Ha TVMKH, B 9K30He 2 B MOoJI0-
»eHnn 587 (c.587T>C), uTo NpuBENO K 3aMeHe aMUHOKNCIIO-
Tbl eHnnanaHuH (Phe) Ha cepuH (Ser) B nonoxeHumn 196 mo-
nekynbl 6enka-peuentopa (p.Phe196Ser). laHHaa myTauunsa
paHee He onMCaHa B MeAULMHCKON NuTepaTtype, Xapakre-

pur3yeTca APKON KNMHUYECKOW KapTuHOW. B HacToALwee Bpe-
MA cywectBsyeT He meHee 250 pasnMyHbIX MyTauuini reHoB
AVPR2 [15]. Hanbonee pacnpocTpaHeHHbIMU ABMAIOTCA MUC-
CeHC-MyTauun, HOHCEeHC-MyTaumn 1 geneunn [16]. Y naum-
eHTa K. HoHceHc-myTauma (NM_000054.7) ctana npuymHON
3aMeHbl OHOrO MUPVMUANHOBOIrO OCHOBAaHUA Ha Apyroe,
NPOU3OLWWI0 M3MEHEHUE KOoAMpPYIOLWeNn MocnefoBaTenbHO-
ctn HK, uTto nprBeno kK 06pa3oBaHMIo CTOM-KOAOHA.

YunTbiBas reHeTUYeCKyto npupoay 3abonesaHus, cneyu-
duryecknx metoioB NPodUNaKTIKM He CyLlecTByeT. B HacTo-
Allee BpemA MPUMMEHAETCA CUMMTOMATMYECKOe JeyeHune,
HanpaBfieHHOe Ha KIWHWYeCKue NpOoABMEHUsA, CBA3aHHble
C HapyLeHNeM KOHLEHTpaL MOUN: afeKBaTHbIN MATbEBON
pexunm, oneta C HU3KMM CcofepXaHneM HaTpus, NMprMeHe-
HMe rnmapoxnopoTmnasnia, npenapaToB Kanuvd, HecTepona-
HbIX MPOTMBOBOCMaNUTENbHbIX cpeacTts [17]. Mngpoxnopo-
TUa3ng OKa3blBAeT CBOE [eNCTBME MyTeM UHIMOMPOBaHMSA
peabcopbumm HaTpKA B AMUCTANIbHBIX KaHanbLax yepes 6510-
KupoBaHue KotpaHcrnoptepa Na u Cl, uto npuBognT K runo-
BoNiemMmyn 1 peabcopbumm HaTprA 1 BOAbI B MPOKCMMAabHbIX
KaHanbuax. Takke onmcaHo, YTo rmapoxsopoTnasng Moxet
nHayumpoBatb perynauuio AQP2 uepes A[l[-He3aBrUCKMMbIN
mexaHu3m [18].

Y naumeHnTa K. ¢ reHeTMUYeCK/ NOATBEPXKAEHHBIM AMArHO-
3om «HH[» Habnogancs NonoXuTenbHbIn 3$deKT Ha poHe
npuemMa rugpoxnopoTrasnga B BUAE YMEHbLUEHUA XKaxKabl
1 o6bemMa BbigeneHHOW XuakocT. OgHaKo pa3BuTUe rmno-
Kanmemmu, HeCMOTPA Ha MPYEM NPenapaToB Kanus, TpebyeT
pPaccMOTPETb MHble MYTW NeYeHus, Hanpumep, fobasneHve
K Tepanuu Kanuincbeperatoliero guypeTrka. JuHamumueckoe
HabsloaeHne NPOAOIKAETCA.

3AKNIOYEHUE

HL sBnsetcs peakum 3abofieBaHWEM C COLMAbHOM
3HaumMMmocTblo. CBOEBpeMEeHHaa MNpaBWbHaA [WUArHOCTU-
Ka MO3BOJNSET He TONMbKO U36eXaTb TAXKENbIX OCNOXHEH W
M HayaTb afleKBaTHOE SlIeYeHMe, HO 1 3HAUUTENbHO YNYULINTb
KauecTBO »M3HW nauuneHTa. Moatomy uenamu neveHuna HI
ABNATCA HOPMaNM3auna >Kaxkabl, KOpPpeKuna nonnypuu,
HOpManmM3aumMs CHa 1 obpasa KU3HWU. HacTopOoXXeHHOCTb
Bpayelr NepBMYHOrO 3BEHA NPV HAaNMUYUW CUHAPOMA MONu-
AVNCUMN-MONNYPUK, TPAMOTHAA MapLipyTM3auma naumeHTa
N MeXONCUMMANHAPHBIA NOAX0A KpaliHe akTyasibHbl B Ana-
FHOCTMKE 1 NeyeHnn naumneHTos ¢ HI.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn ¢puHaHcmpoBaHmMA. PaboTa BbiNOJHEHa MO MHMLMATHBE
aBTOpPOB 6e3 nprBneyYeHrs GUHAHCUPOBaHN.

KoH)nuKT mHTepecoB. ABTOpbI AEKNApUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGIVKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacToALWEN CTaTbM.

YuacTtme aBTOpOB. AneiiHukosa l0.A. — BKnaj B nonyuyeHune, aHanns
[aHHbIX, HanncaHmne ctatbu; bepnosny M.C. — BKnag B nonyyeHune, aHanu3
[aHHbIX, HanucaHue cTaTby; Muraposa E.A. — uHTepnpeTauua pesynsratos
N BHECEHVEe B PYKOMWCb BaXXHOW MPaBKM C LieSbio MOBbIWEHNA Hay4YHOMN
LeHHocTy cTaTby; [13epaHoBa J1.K. — nHTepnpeTauma pesynbTaToB 1 BHece-
HVie B PyKOMUCb BaXKHOW NPaBKU C Liefbio MOBbIWEHNA HayYHOW LIEHHOCTN
cTtatby; MaHkpaToBa M.C. — nony4yeHve AaHHbIX Y BHECEHME B PYKOMUCH
Ba’KHOW MPaBKM C Liefblo NOBbILLEHNA HayYHOW LLleHHOCTM CTaTbu. Bce aBTO-
pbl 0fo6puny GrHaNbHY BEPCUIO CTaTbk Nepeq nybnmkKaumen, Bbipasnnm
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cornacme HeCT OTBETCTBEHHOCTb 3a BCe aCneKTbl pa6OTbI, nofpasymesato-
LWYI0 Hagnexatlee nsyyeHme v pelueHmne BONpPOCOB, CBA3AHHbIX C TOYHO-

CTblO U [OBPOCOBECTHOCTBIO NI0GON YaCTU PaboThI.
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