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Cayuaii He(ppOreHHOr0 CHHAPOMA HeaIeKBATHOTO AHTHAMYpe3a,
00YCJI0BJIEHHBbII MyTallield pelenTopa Ba3onpeccuHa 2-ro TUIA
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HedporeHHblit CMHAPOM HeaaekBaTHOro aHTMAMype3a (HCHAA) — peakast (popma HapylleHust BOAHOro 6araHca ¢ X-CLenAeHHbIM
TUNOM HaCAEAOBaHMS, BNepBble OMMCaHHas Y ABYX HEPOACTBEHHbIX MAQAEHLIEB MY>KCKOTO MOAA C TSXKEAON CMMMTOMATU4eCKOn
runoHatpuemmen. HCHAA o6ycAOBAEH aKTUBMPYIOWMMM MyTaLMSIMK FeHa peLienTopa BasonpeccuHa 2-ro tuna (AVPR2), B pe-
3yAbTaTe KOTOpbIX HapywaeTcs peabcopbuns cBOOOAHOM XMAKOCTM, YTO MPUBOAMT K MOBLILEHUIO OCMOASABHOCTM MOYM, M-
MOOCMOASIPHOCTM MAA3Mbl M MEPCUCTUPYIOWE TMNOHAaTpUemMnn. Bnepsbie B OTeYeCTBeHHOM AMTepaType NPUBOAWUTCS ONMUCaHue
CAy4Yast M30AMPOBAHHOI 3YBOAEMMUYECKON TMMOOCMOASALHOM TMMOHATPUEMHUN Y pebeHKa C OAMFOAMMCHER MPU UCKAIOYEHHOM
rMNOKOPTMLIM3ME M NAaTOAOTMM CO CTOPOHbI MOYEK, YTO — B OTCYTCTBME FMNepCeKkpeLmn aHTMAMYPEeTUYEeCKOro ropMoHa — no-
3BOAMAO MPEANOAOXMTb Haandne HCHAA. MoAaeKyAspHO-reHeTuYeckoe MCCAEAOBaHME BbIIBUAO HOBYIO, HE OMMCAHHYIO paHee
myTaumnio L3125 B ceabMom TpaHcmembpaHHOM aomeHe reHa AVPR2, naToreHHOCTb KOTOpO# OblAa AOKa3aHa Mpu NPOBeAeHUM
PYHKLMOHAABHOTO MCCAeAOBaHNS. [TPUBOAATCH KAMHMKO-AabOopaTopHbie XxapakTepucTnukn CHAA, OCHOBHbIE MPUHUMIbI AHEHNS.
AaHHoe 3aboAeBaHKne CAGAYeT yunTbiBaTb NpK AN PepeHUnarbHON AMarHOCTUKE CUHAPOMA MMMIOHATPUEMUN.

KatoueBble cAoBa: runoHatpuemusi, He(hporeHHbIi CUHAPOM HEeaAeKBaTHOrO aHTHAMYpe3a, X-CLUenAeHHbIA THI HaCA€AOBaHMSI,
petienTop BasonpeccuHa 2-ro tmna (AVPR2).
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Nephrogenic syndrome of inappropriate antidiuresis (NSIAD) is a rare X-linked disorder of water balance, which was first de-
scribed in two unrelated male infants with severe symptomatic hyponatremia. NSIAD is caused by activating mutations of the
arginine vasopressin receptor 2 (AVPR2) gene, resulting in impaired reabsorption of free water, which leads to increased osmolar-
ity of urine, plasma hypo-osmolarity, and persistent hyponatremia. We report, for the first time in the domestic literature, a case
of isolated euvolemic hyposmolality hyponatremia in a child with oligodipsia. Because hypocorticism and renal pathology were
excluded, and there was no antidiuretic hormone hypersecretion, NSIAD was suggested. A molecular genetic study revealed a
new mutation L312S, not described earlier, in the seventh transmembrane domain of the AVPR2 gene. Pathogenicity of the muta-
tion was proved by a functional study. We provide the clinical and laboratory characteristics of SIAD and the main principles of
treatment. This disease should be considered in the differential diagnosis of hyponatremia syndrome.

Keywords: hyponatremia, nephrogenic syndrome of inappropriate antidiuresis, X-linked inheritance, arginine vasopressin recep-

tor 2 (AVPR2).

OCHOBHBIM PETryJIITOPOM T'OMEOCTa3a XKUIKOCTU B
opraHuM3Me SIBJISIETCS aHTMAWYPETUYECKUI TOPMOH
(AAT). B oTBeT Ha MOBBILLIEHUE OCMOJSIBHOCTH TJIa3-
Mbl U CHIDKEHHME 00beMa LIUPKYJIUPYIOILIEH KPOBU MPO-
MCXOJAT aKTUBAIMsl CUHTE3a JaHHOIO HEpOIeNTHaAa B
CYIPAONTUYECKUX U IMAapaBEHTPUKYISIPHBIX sapax T'-
roTajaMyca U ero mocjeaylolias cCeKpelus Helporu-
nopusoMm. Ha nepucdepun AJII' cBs3bIBaeTcs ¢ Ba3o-
MPECCUHOBBIM PELENTOPOM 2-TO THIIA, IKCIIPECCHPO-
BaHHBIM B IJIaBHBIX KJIETKaX COOMPATEIbHBIX TPYOOUEK
nouek. AVPR2 — cuemneHHblit ¢ G-06€J1KOM pelenTop,
OCYIIECTBJSIONINI Mepenadyy curHajia OT JMraHia B
SIPO  TIOCPEICTBOM aKTUBALIMM aJCHUIATLIMKIIA3HOM
cucteMbl. KOHEYHBIM MTOrOM aKTUBAlIMU PeELENTopa
SIBJISIETCS TTepeMellieHue OeKa akBarlopuHa-2 B TIOMU-
HaJIbHYI0 MeMOpaHy IJIaBHBIX KJIETOK COOMpAaTeIbHbIX
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TpyOOYEK, B pe3yJibTaTe Yero MOBBIIIACTCS ITPOHUIIAC-
MOCTb KJIETOK JUIsl MOJIEKYJI Boibl. CBOOOIHAS BoJa pe-
abcopOupyeTcsl, YTO MPUBOAUT K TMOBBIIIEHUIO OCMO-
JISUIBHOCTY MOYM Y CHIKEHUIO ee 00beMa.

o HemaBHero BpeMeHU ObLIO M3BECTHO 2 OCHOB-
HbBIX BUJIa HApYyILLIEHUSI BOIHOIO OajlaHca — HecaXapHblid
nUabeT U CHMHAPOM HeaaeKBaTHON CEeKpeLuy aHTUIU-
ypetudyeckoro ropmona. Omgnako B 2005 r. Feldman u
COAaBT. OIMCAJIU JIBYX MAlIMEHTOB, ¥ KOTOPHIX KJIMHUKA
cuHApoMa HeajaekBaTHoU cekpeunu AJII" compoBoxkna-
Jlach HU3KMM YPOBHEM aprMHMH-Ba30IpeccuHa. bbuio
BBICKa3aHO IPEAIOJI0XEHNE O CBSI3U TaHHOTO COCTOSI-
HUS ¢ akTuBaumei peuentopa AT, moaTBepxKaeHHOE
oOHapyXKeHUeM MyTalluu B X-CLEIUIEHHOM I'eHe Ba3o-
MPEeCCUHOBOTO pelenTopa 2-ro tTuna [1]. JlaHHoe 3a60-
JieBaHUe ObLJIO Ha3BaHO HE(POTreHHBIM CUHIPOMOM He-
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agekBaTHoro aHtuauypesa [1]. B Poccuu onucanus
cnyyaeB HCHAJI no HacTosiiero BpeMeH! OTCYyTCTBO-
BaJIu.

Mpu1 npencrasiasieM kKinHudeckuit cinydyait HCHAJL
y MajibuMKa ¢ HEONMCAHHON paHee MyTallieil B IeHe
AVPR2.

Knunuueckuii coyvai

Manpunk 5 et 10 Mec mOCTYIIIT 11T 00CIeIOBAHMS
B CBSI3M C TICPCUCTHUPYIOIICH rUIToHaTprueMueii. PebeHok
ot 1-i 6epeMeHHOCTH, TIpoTeKaBliIeil 0e3 0COOeHHOCTEN.
Ponwr Ha 40-it Henene, camocTosATeIbHEIE. Macca Tesa
npu poxneHnu 2800 T, poct 50 cMm. ParHee rmcrmxomoTop-
Hoe pa3BuTHe 0e3 ocobeHHocTeil. C 3 yeT Habmomancs
HEBPOJIOTOM B CBSI3U C 3aIePXKKON PeueBOTrO Pa3BUTHSL.
Munammras cectpa (1 rom 3 Mec) 3m0poBa.

3aboneBanne MaHU(ECTUPOBAJIO B 5 JieT 7 Mec.
B ycrmoBusIX KapKoro KiImMaTa OTMEYEHBI ClIaboCTh,
COHJIMBOCTbD, 3aTeM TOHUYECKUE CYTOPOTU MPOIOJIKI-
TeJbHOCTBhIO 2—5 MuH. [locTaBiieH B CTallMOHAp, TIe
BBISIBJIEHO CHUXKEHUE YPOBHS HATpus 10 116 MMOJIb/J1.
ITpoBommiack MHDY3MOHHAST TepaAITUsI BOXHO-COJICBHI-
MM pacTBOpaMH, BBOIWJICS THIPOKOPTU30H. Ha 3Tom
(oHe MoBbILLIEHNE YPOBHSI HATPUSI 10 136 MMOIIb/1, 3a-
TeM CHIDKeHME 10 124 MMOJIb/I.

B cranmmonape npu MPT ronoBHoro mo3sra u 99T
MaTOJIOTUH He BBISIBIICHO. [10 TAaHHBIM ITPOOKI ¢ CUHAK-
TEHOM MCKITIOYEHBI TUTIOKOPTULIN3M, He(eKThl HaIIOo-
YEYHUKOBOTO cTepounoreHesa: 0’ — koptusoin 4,6 MKr/mi,
17-OHII 0,01 umonb/1, 60° — KopTHu3oa 26,6 MKr/,
17-OHII 0,2 amonb/71.

Bbeur BeIMMCAaH ¢ ypoBHeM HaTpusi KpoBu 140
MMOJIb/J. B pmanpHeifleM moBeAcHHME peOCHKa OBLIO
aJeKBaTHBIM, O0Illee CAMOUYYBCTBUE YIOBICTBOPUTEIIh-
Hoe. OmHAKO IpU KOHTPOJIE TMoKa3aTesaeil 3JIeKTPOJIH-
TOB KPOBU B IMHAMUKE BHOBb OTMeUeHA TMITOHATPHE-
MU, B cBsI3U ¢ yeM roctynui B @I'BY DHII.

Omnpoc pomuTeNeil BHISIBUI HHU3KYIO IIPUBEpPKEH-
HOCTh MaJIbYMKA K KUIKOCTH (IIPaKTHUUYECKH HUKOTOA
He TIPOCUT MuUTh). [1pun aHanM3e faHHbIX aMOyJ1aTOPHOM
KapThI C TIEPBOTO Toa JKMU3HM 00paIaid Ha ceOsl BHU-
MaHWe TIOBBIIIEHHBIC IIO0KA3aTeIM OTHOCHTEIbHOM
wrotHocT Mouu (o1 1018 mo 1028 r/m).

B 6roxuMmruecKoM aHaIM3e KPOBU BBISIBJICHA TUIIO-
HaTpuemust (133,2 MMOJB/), pacyeTHas OCMOJISIb-
HOCTb I1a3Mbl 274 MOcm/kr (280—295). T'opMoHasb-
HbIIA ITpoduiib: anbaoctepoH 1753 nmonb/a (94—756),
APII 1,8 ur/mi/gac (0,5—6). B obuiem aHann3e Mo4u
OTHOCHUTEIbHAS TUTOTHOCTD 1028 /1. BomgHbIil 6amaHc
3a cyTku: BeimuTo 700 mut, BeimeneHo 500 mur. Oprocra-
Tueckasg mpoba: AJl nexa 90/60 MM pT.CT., CTOS
100/70 MM pT.cCT.

YunuTeiBasi XapakTep THMITOHATPUEMUM (3YBOJIEMM-
YecKasi THITOOCMOJISITTbHAST TUTIOHATPUEMMST TIPU OTCYT-
CTBUY M3MEHEHUS YPOBHSI IPYTUX SJICKTPOJIUTOB), OBLIT
3aII0A03pPEH CHHAPOM HeaaeKBATHOTO aHTUANYpPE3a,
MPUINHON KOTOPOTo (TIPU OTCYTCTBUM KJIMHUKO-aHAM-
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HECTUYECKUX OCHOBAaHUM IJI MOLO3PEHUs TUIlepce-
kpeuuu AJIT) MOXeT ABIATbCS aKTUBUpYIOIAs MyTa-
LMl TeHa Ba30IIPECCMHOBOIO pelenTopa 2-ro TUIla
(AVPR2).

MOJIeKy.TIﬂpHO-I‘eHeTI/l‘IeCKoe HCCJICI0BAHUC

I'enomuyto IHK Beimensuiu u3 nepudepudeckux
JIEWKOIIUTOB C WCIIOJb30BAHUEM CTAHIAPTHBIX METO-
noB. C MOMOIIBIO MOJUMEPA3HON LEMHON peakiuu
(IMP) ammmuduuupoBanu GparMeHTbl T€HOMHON
JHK, oxBaTbIBalolle KOAUPYIOUIYIO MOCAeA0BaTEb-
HOCTh TeHa AVPR2 ¢ IpUMBIKAIOIIUMU Y9acTKaMU WH-
TpoHoB. [locie anekTpodopesa B 1% arapo3HOM reje
npoaykTtsl [THP ounianu ¢ ucnonb3oBaHreM Habopa
Cleanup Standard («EBporen», Poccust), a 3aTemM cekBe-
HUPOBAJIM Ha aBTOMaTU4YecKOM cekBeHaTope ABI
Genetic Analyzer 3130 («Applied Biosystems», CIIIA).

ITpu nposenenuu I[P 1 nocienyioieM ceKBEeHUPO-
BaHWU COOTBETCTBYIOIIMX 3K30HOB M TPUMBIKAIOIINX
Y4YaCTKOB UHTPOHOB KCIIOJIb30BAIU CJIEAYIOLINE OJTUTOHY-
xieotunst: 1 F,5’-GACCCTGGGCCATTGAACTTG-3’;
2F, 5’-CTCTCCATAGTCTTTGTG-3’; 3R, 5’-CACA
GGCTCTGGCCAATTCTC-3. B kauectBe pede-
PEHCHOI TTocIemoBaTeIbHOCTH TeHa AVPR2 uconb30-
Bajmach ccbuika Genbank (http://www.ncbi.nlm.nih.
gov/sites/entrez) mon Homepom Z11687.1. OGo3Haue-
HUE MYyTallWil TIPOBOAMIIA B COOTBETCTBUU C PEKOMEH-
nauusimu den Dunnen u Antonarakis [0].

[Tpu cexBeHupoBanuu reHa AVPR2 BbIsiBIIeHA TEMU-
3urotHas TpaH3uuus c. 935T>C B 3k30He 3, 4TO MPUBO-
1o k 3ameHe konoHa JieiitinHa (TTG) Ha cepuH (TCG)
B nosioxkeHuu 312 (p.L312S). Komon L312 pacrionaraet-
cs B VII TpaHcMeMOpaHHOM JOMEHe pelienTopa. Y maTe-
pu pebeHKa TaHHasi MyTalus Obl1a BISIBIIEHA B TETEPO-
3UTOTHOM COCTOSTHUM. JlaHHAsT MyTalusl ONMUCHIBAETCS
BIIEpBbIE, €€ MAaTOTeHHOCTh OblIa JoKa3aHa MpU TTPOBe-
JeHUU (HYHKIIMOHATBHOTO UccaenoBanus [3].

Oo6cyxaeHune

HCHAJl — mnapyumieHue BomgHOro OajaHca, 00-
YCIIOBJICHHOE aKTUBHUpYIOIIeil myTtauueit reHa AVPR2.
3aboJsieBaHME PEAKOE; HA CETOMHSIITHUI TeHb aKTUBU-
pymotias mytauusi AVPR2 onivcaHa y 28 4eoBeK, U3 HUX
OoJblIas YacTh — CeMelHbIe BapuaHTHI [4—7].

UzBectHbl 4 akTuBMpyoinne myrauuu AVPR2, Be-
nymue K pasputuio HCHAJL: R137L, R137C, F229V u
1130N [1, 6—8]. Takxke ObII ONMKUCaH KIMHUYECKUM CITy-
yait HCHAJI ¢ MyTaHTHBIM pelientopoM V266A, hyHK-
IIMOHAJIbHOE MCCJIeNOBaHWE KOTOPOIro I0Ka3ajo ero
MHTAKTHOCTh; IPUYMHOI 3a00JIeBaHUSI, TIO-BUIUMOMY,
SIBJISLIICS eheKT Ha ypoBHE akBaropuHa-2 [10].

3aboneBaHue HOCUT X-CLEIJIEHHBII XapakTep,
yale BCTpeYyaeTcs Y MYXXUMH: BCEro OMMCaHO 8 XKeH-
IIWH C aKTUBUpYIolieil mytamueir AVPR2, u3 HUX KJIu-
HuKo-1abopaTopHast kaptuHa HCHAJI HaGmonanach y
5[4, 11, 12]. YpoBeHb HATpUS TIa3Mbl Y MaTEpU Hallle-

107



KAMHWYECKI CAYHAN

ro MalyeHTa, U3MEePEeHHbI BIIEPBbIE B CBSI3U € 3a00J1e-
BaHMEM MaJlbuuKa, ObUI B IIpeesiax HOPMBbI.

HeanexkBaTHbII aHTUAWYPE3, PAa3BUBAIOLIUIACS TIPU
nu30biTKe AT Uiy mpy KOHCTUTYLMOHATbHON (JIUTaHI -
He3aBUCHUMOIi) akTuBauuu peuentopa AVPR2, — 310
HeperyJupyemasl peadcopOLus XKUAKOCTH, 00YCIIOBIIM -
Baroulasi, C OMHOW CTOPOHbI, YBEIMUYEHUE OCMOJISIILHO-
CTU MOYU CO CHIDKEHUEM ee 00beMa, a ¢ IPYroil — pocT
00beMa XKUIKOCTH B OPraHM3Me C Pa3BUTUEM TMITOHAT-
pUEMMM pa3BelCHUSI M TUIIOOCMOJIsLIbHOCTU. Kpome
TOTO, yBeJWYeHHE O00beMa IKCTPALICUTIONSIPHOM KM -
KOCTH TIPUBOAMT K aKTMBALUM IPENCEPIHOrO HATPUIA-
YPEeTUYECKOro MEeMNTHUIa, YTO YBEIUYMBAET SKCKPELIMIO
HMOHOB HaTpus ¢ Moyoii [11].

Kputepuu HeagekBaTHOTO aHTUAMYpe3a [ 14]:

— 3YBOJIEMHYECKAsI TUTIOOCMOJISIIbHASI TUTTOHATPH -
eMUsI;

— yBeauueHue skckpeunu Na* 6osee 20 MMOJIb/JT
IpY HOPMaJIbHOM YPOBHE IOTPEOJIEHUS KUAKOCTU U
COJIN;

— YBEJIMYEHUE OCMOJISUIBHOCTU Mouu 0Oojee 100

MOcM/KT;

— HCKJIOYeHUE TUMOKOPTUIIM3MA, TUIMOTUPEO-
UAN3Ma;

— HEHapylleHHasd (QYHKUUS IOYEK, OTCYTCTBUE
rpuema I1ypeTUKOB.

APII y Takux malueHTOB CHUKEHA, aJIbAOCTEPOH —
B npeaenax HopMmbel [1, 15]. CHukeHre aKTUBHOCTH pe-
HUH-aHTMOTEH3MHOBOM CHUCTEMBI MOJDKHO OBITH 00-
yciosieHo mnoBeiieHHbIM OLK, omHako rumoocmo-
JISJIbHAsI TUTIOHATPUEMUSI CTUMYJIUPYET CEKPELUIO ajlb-
JoctepoHa [16].

HuddepeHnmanbHass IMarHOoCTUKa CUHApOMa He-
aJIeKBaTHOM CEKpEeLIMU aHTUINYPETUIECKOI0 rOpMOHa
(CHCAITI') u HCHAJI ocHoBbiBaetcst Ha ypoBHe AJIT.
IIpu OTCYTCTBMM BO3MOXHOCTM M3MEPEHUs TaHHOIO
nokasatensi (Kak B HallleM cjydae) 1Lejecoo0pa3Ho
npoBeaeHue aHaausa reHa AVPR2.

Knunuyeckue mnposinenusi HCHAJI oOycioBneHbl
TMIIOHATPUEMUYECKOI 3HILIe(aronaTyeii: ToIHOoTa, PBO-
Ta, HapylleHWe CO3HAaHWs, CYIOpOrd. BhIpakeHHOCTh
KJIMHUYECKOI KapTuHbI U BpeMst MaHupectauu HCHAJT
OTJIMYAIOTCST OOJIBIION BapuabebHOCTBIO — OT TMIIOHA-
TPUEMUYECKUX CYIOPOT C AETCTBA 10 OECCUMITOMHOM I'M-
MoHaTpueMun ¢ onuroaurcueit [4, 5]. I'unoHatpuemust
MOXKET BO3HMKATh JIMIIIb MPY 3HAUYMTEIbHOI BOITHOM Ha-
Ipy3Ke, IpUYeM KaK MPU TeMM3UTOTHBIX MyTalusix (y
MY>KYMH), TaK U [IPU FeTePO3UTOTHBIX (Y XKeHIIUH) [15].
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B Hamrem ciiygyae mMesna MecTo OeCCHMMTOMHast
XpOHMUYECKAsI TUTIOHATPUEMMUST, IIPUYMHOM 000CTpeHUS
KOTOPOIi, CKOpee BCero, SIBUJIach BOJHAasI Harpy3Ka B yc-
JIOBUSIX 3KapKOTo KJIMMara.

Hcxonst u3 maroreHe3a 3abosieBaHUsI, 00s13aTENb-
HBIM JIe4€OHBIM MEPOTIPUSATUEM SIBJISIETCS] OTPAaHUYEHUE
sxuakoctu (50—70 mi/Kr/cyT), 0OOBIYHO JIETKO IMePEeHO-
cslieecsl manydeHTaMu. ModyeBMHA, BbI3bIBAIOIAsl OC-
MOTUYECKHUI1 AUype3, ToKa3aia CBOIO 3(h(PeKTUBHOCTH B
MPUMEHEHUM KaK Y B3pOCJIbIX, TaK U Y JEeTeii, B 103¢ OT
0,1 no 2 r/xr/cyr [4, 15].

BanTansbl, antaronuctsl AJIl', HeaPeKTUBHBI TpHU
myTanyn R137L/C, yto OBIIO JOKa3aHO MPHU KIMHUYE-
CKOM npuMeHeHuHu [9] u in vitro [ 17]. OnHako hyHKIIMO-
HajlbHOE uccienoBaHue Mytauu F229V in vitro moka-
3aJI0 CHWKeHUe ypoBHsI HTAM® B OTBET Ha BBeICHUE
anTaronuctoB AJII" [6]. Takum oOpa3oM, aKTUBUPYIO-
e myrauuu AVPR2 MOTyT NpUBOAUTDL K Pa3IUYHbIM
U3MEHEHUAM CTPYKTYPBI PELIENTOPA, YTO UMEET 3Haue-
HME TIPU OLIEHKE BO3MOXHOCTH TeparieBTUYECKOrO UC-
MoJjib3oBaHus1 aHTaroHucToB AJIT.

YuuThiBass MITKOe TeYeHUE TMIIOHATPUEMUM Y Ha-
LIero mauMeHTa JeuyeOHble MEPONPUSITUSL OrpaHUYM-
JINCh CHIDKEHMEM KOJMYeCTBa MOTPEOISIeMO XKUIKO-
CTU C KOHTPOJIEM YPOBHsI HaTpHsl KPOBU B TMHAMUKE.
TakuM oGpa3oM, BIIEpBbIE B OTEUECTBEHHOM MPaKTUKE
onucaH ciaydaii HCHAJI, accouuupoBaHHOIO ¢ MyTa-
LIMel B TeHe pelienTopa Ba3onpeccruHa 2-ro TUMa.

3akAloueHue

HedporeHnnsrit cuHIpoM HeameKBaTHOTO aHTHIM-
ype3a clieayeT BKIIOUUTh B aITOPUTM AuddepeHIanb-
HO¥ TMAarHOCTUKU CMHIPOMA TUIIOHATPUEMUN Y ACTEH.
MoneKyIsIpHO-TeHETUIECKOE MCCIICIOBAHNE TTO3BOJISI -
€T YCTaHOBUTH MMPAaBUJIBHBIN TUAarHO3 1 000CHOBATh He-
00XOIMMOCTD JOJTOCPOYHOTO OTPAaHMYCHUS KUIKOCTH.

JOITIOJTHUTEJ/IbHASI TH®OPMALIUA

KondumkT uHTepecos. ABTOPBI 3asBJISIIOT 00 OTCYTCTBUU KOH-
(rukTa UHTEPECOB.

Coriacue nanuenTa. 3aKOHHBIE TIPEICTABUTEN TALUEHTA TaJIn
MUCbMEHHOE MH(MOOPMUPOBAHHOE COTjache Ha IMyOJUKAIlUI0 MeIu-
LIMHCKUX JTaHHBIX B pAMKaX HACTOSIIEH CTaThU.

Yuactue aBTOpOB: KOHLETILIMS U AU3aiiH UCCIIEAOBAHUS, aHAINU3
MOJyYeHHBIX JIAaHHBIX, HamucaHue Tekcta — H.B. Makasan,
A.H. TionbrakoB; cOop Marepuaia, aHaau3 TOJYYEHHBIX JaHHBIX:
H.A. 3y6koBa; mpoBeeHe MOJEKYISIPHO-TEHETUYECKOTO UCCIIeN0-
BaHus: A.H. Tronbnakos.
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CIIACOK COKPAIIIEHU

AVPR2 — peuentop BazonpeccuHa 2-ro THUIa

AJIl' — aHTUAMYpPETUUECKUIT TOPMOH

HCHAJl — HedporeHHBIN CHHIPOM HealleKBaTHOTO aHTUINYpe3a

CHCAI — cuHIpoM HealeKBaTHOM CEKpeLMU aHTUANYPETUYECKOTO TOPMOHA

NHO®OPMALMUA

Pykomnuck nosyuena: 17.03.2017. OnobpeHa k nmyoaukanuu: 27.03.2017.

KAK HTUTUPOBATD:

Makasan H.B., 3yokoBa H.A., TionbnakoB A.H. Ciy4aii Hechpore HHOro CMHIPOMa HeaaeKBaTHOTO aHTHUANYpe3a, 00YCIOBJIEHHOTO HEOIMCaH-
HOIl paHee MyTallMeil perienropa BasomnpeccuHa 2-ro tuma. // [lpobiemsl sHmokpuHoioruu. — 2017. — T. 63. — Ne2. — C. 106—109.

doi: 10.14341/probl2017632106-109

TO CITE THIS ARTICLE:

Makazan NV, Zubkova NA, Tiulpakov AN. A case of nephrogenic syndrome of inappropriate antidiuresis caused by a previously unknown muta-
tion of the vasopressin type 2 receptor. Problems of Endocrinology. 2017;63(2):106-109. doi: 10.14341/probl2017632106-109

PROBLEMS of ENDOCRINOLOGY 2017;63(2):106-109

109



