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TEHHOT'O HECAXAPHOTIO /IabeTa B PE3Y/IbTATE OTCYTCTBUA HACTOPOKEHHOCTU CIELUAIUCTOB IIEPBUYHOIO
3BcHA. Huskas nHPOPMUPOBAHHOCTh POAUTEICH O CYTH MATONOTHH, HEJOCTATOUHBIH CAHUTAPHBIN U KY/b-
TYPHBIA YPOBEHb CEMBH U BCIEACTBUE 3TOT'O HU3KUI YPOBEHD POAUTENBCKON KOMIUIAEHTHOCTH CO3JAI0T JO-
HOJIHUTEJIbHBIE PUCKK VI AOCTYKEHUA JIUTEILHON PEMUCCUHU. JTAHHBIA CIIyddil OTPAKAET BAKHOCTD TIIA-
TEMBHOTO COOpA AHAMHE3A, MO3BOJIONIETO 3aMO/I0O3PUTh HACIEACTBEHHBIN XapaKTep 32007€BAHUS VXE C
TIEPBBIX JIHEN KU3HU PEOEHKA HA aMOYIaTOPHOM 3Tanle. [IpoBefieHHE CBOEBPEMEHHOM IMArHOCTUKY KAK Ha
PETMOHAIBHOM, TaK U HA (eIEPAIBHOM YPOBHAX VI JAIBHENIIEH PA3PAOOTKY TAKTUKH JEYCHUS, PEKOMEH-
JALMI 1 TUTAHA IUCTIAHCEPHOTO HAGMIOICHUS ABIACTCA HEOOXOAMMBIM 3TATIOM Ha MyTH VAY4IICHNS KAUeCTBa
JKU3HH OOJILHOTO.

Kirouessie c1oBa. HacnencrBeHHbIN HE(PPOICHHBINA HECAXAPHBIN AUA0ET, KIMHAYECKUN CIIyYai, MONEKY-
JIPHO-TEHETIECKAS IMATHOCTHKA.

Diabetes insipidus belongs to the group of rare heterogeneous diseases, it can manifest at any age and is dis-
tinguished by a variety of etiological factors, pathogenetic mechanisms and clinical variants of the debut and
course. A significant water-electrolyte imbalance in this type of diabetes is its "calling card". The article pre-
sents a description of a clinical case of a preschool patient with early verification and late diagnosis of heredi-
tary nephrogenic diabetes insipidus as a result of the lack of alertness of primary care specialists. Low aware-
ness of parents about the essence of the pathology, insufficient sanitary and cultural level of the family and, as
a result, a low level of parental compliance create additional risks for achieving a long-term remission. This
case reflects the importance of a thorough history taking, which makes it possible to suspect the hereditary
nature of the disease from the first days of a child's life at the outpatient stage. Carrying out timely diagnostics
both at the regional and federal levels for further development of treatment tactics, recommendations and a

follow-up plan is a necessary step towards improving the patient's quality of life.
Keywords. Hereditary nephrogenic diabetes insipidus, clinical case, molecular genetic diagnosis.

BBEJEHUE

Hecaxapubit guaber (HI) — rereporen-
HOE 320071€BAHKE, U3BECTHO €mE CO BPEMEH
Jlpesrero Erumra. YnomuHanue o HEM BCTpe-
4aeTCsd B TPY/AAX OPUTAHCKOIO yyeHoro Tomaca
Buwmica B 1674 1. OH OTMETWI Pa3HHUIY BO
BKYCE MOUM Y NTALMEHTOB C BBIPAKEHHON T10JIU-
ypuell U MOYM 3[OPOBBIX Jozel. Hemenxui
wmHAnUCT J. Frank Bmepsoie B 1794 1. BBEN
TEPMUH <«HeCaxapHel auader> [1]. Jo 19201
3TO 3200/I€BAHUE ACCOLUUPOBAIOCH UCKIIOUU-
TEJBHO C MATOJOTHEN TMNO(pU34, U JUIb B
1928 r. romnanpckuit nepuatp C. de Lange, ny-
YUB OIBIT UTAIBAHCKOrO Bpaua F. Farini (1913)
[I0 HUCHOJb30BAHUIO 3KCTPAKTA 3aHEH JOIU
runopusa i aedenns HI, otMeTw, 4To, no-
BU/IIMOMY, CYLIECTBYIOT Pa3HbIC 110 IIATOICHE3Y,
HO TIPAKTUYECKN OJJMHAKOBBIE 110 CHMITOMAM
320071€BAHNS, TAK KAK IPEIOKEHHBI METOJ
JIEYEHUS OKA3ICA HEA(P(PEKTUBHBIM I PAfd
OOMBHBIX CO CXOXKEM CUMITOMATHKON [2].

Hamuoro nosguee H. Forssman (IlIserus) u
A Waring (CIIA) (1945) npeanonoxuny, yro,
CKOpE€ BCETO, TIOYKH ABIAIOTCA KIIOYEBBIM Me-
XAHU3MOM PE3UCTEHTHOCTH K JIEUYEHHUIO IIPU
OIPEJENEHHBIX BUAX HECAXAPHOIO AUAOETA.
[Ipogokas  m3yyatb 3TO  3a00JEBAHUE,
R. Williams u C. Henry B 1947 1. onuchiBaioT
PE3UCTEHTHOCTD K AHTUAUYPETUIECKOMY I'Op-
MOHY (AIl') 1pu JieYeHNH NALUEHTOB C MOJIH-
YPUEN, AENAI0T BBIBOJ O HACIEACTBEHHOM Xa-
pakrepe 3TOro 32007€BAHUA U BBOAAT HOBBIN
TEPMUH «HE(PPOICHHBIN HECAXAPHBIA AUabeT>
[3; 4] HeckompKO AeCcATUNETHN, BIUIOTH [0
1953 1., moceatun OuoxuMuk Vincent du
Vigneaud M3YYEHUIO CTPYKTYPHI U CHHTE3Y
AIIT. Y e B 1992 1., uCnons3ys METOJ, Lie-
JIEBOT'O CEKBEHUPOBAHUA TI'€HOB, ObLIN OOHA-
PYKEHBl MHUCCEHT/HOHCEHC-MYTAIIUU B 00-
JIACTU CTPYKTypHOro rera AVPR2, xoropsie
JIEKAT B OCHOBE CLEIIEHHOIO ¢ X-XpPOMOCO-
MOM  ayTOCOMHO-PELIECCUBHOIO  BAPUAHTA
nepporennoro HJI (HHI).
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Ha ceroguAmHmil IeHb B KIACCU(PUKALNN
H]I, BBIIETAIOT [IEHTPAIBHBIN, IOUEYHBIN (HED-
POrCHHBIN), ATPOICHHbII, TCCTAICHHbIN U Iep-
BUYHYIO HOJMJUIICUIO. B CTpyKType He(poreH-
HOro HJ/I BBIIE/IAIOT IEPBUYHBIN (BPOXK/IEHHDIN)
HecaxapHblil quaber (BHHI), kotopsiit aedio-
TUPYET B PAHHEM JIETCKOM BO3PACTE, U BTOPUY-
HBI  (IPUOOPETEHHBIN), AUATHOCTUPYEMBIN
OOBIYHO Y B3POC/IBIX HA (DOHE psAjia 3260/1€BA-
HUH, HAPYMIAIOMMX KOHIEHTPAIMOHHYIO CIIO-
cobHOCTh novek. BHH] ABgerTca peakon Ha-
CJIE/ICTBEHHON TyOY/JIOIIATHEN, KIIOYEBBIM 3BE-
HOM B IaToreHese Koropou B 90 % ciydaes
JIEKUT TEHHAA MyTAlUA B PELENTOPE apIUHUH-
Basonpeccuna 2 (AVPR2) na xpomocome Xq28
u B 10 % — Myrauus reHa aksanoput 2 (AQP2),
KOJPYIOIIAA OJHOMMEHHBIE TPAHCMEMOPAH-
Hble OENKW B ANMMKATBHON MEMOpaHe U Cyb-
MEMOPAHHBIX BE3MKYIAX KIETOK COOUPATEND-
HBIX TPYOOUEK 104eK [5—7]. UneHTuduimposaim
OKOJIO 280 MyTaLuil, IPUBOJAIIMX K CTPYKTYP-
HOMY  «allOKAIATICUCY> ME/IY/UIAPHBIX TPAHC-
IIOPTHBIX OEJIKOB, YYACTBYIOIMX B MEXAHU3ME
KOHLICHTPALIMKA MO4YHM, U IIOTEPE (DYHKIUM B
AVPR2 [8; 9]. IIpy TakKOM I'€HETUYECKOM BAPH-
AHTE TMALUEHTHl MYKCKOTO IO UMEIOT Pas-
BEPHYTYIO KIMHUYECKYIO KAPTUHY, 4 TAI[UEHTHI
JKEHCKOTO  TI0J14, ABJIAIOMUECT HOCUTETAMU
TeTEPO3UTOTHBIX MYTALMI, MOIYT HE HMETh
HUKAKUX CHUMITOMOB WIM HUMETDH JIETKYIO IIO
CTENEHU BBIPAKEHHOCTU TIOJUYPUIO U TIOJIHU-
JUIICHIO, WK (OYECHb PEJKO) MOJHYIO KIMHHU-
YECKYIO KAPTMHY 3400JIEBAHUA, 9TO OOBACHA-
€TCA UCKLKEHHON (aCUMMETPUYHON) MHAKTH-
Banuen  X-XxpoMOCOMBl  [8].  OCHOBHBIE
cumnrromsl HHJL (momuypus, NOMMAWIICUA U
TUIIOM30CTEHYPHUS) MOSB/IAIOTCA, KAK IPABUIIO, B
TIIEPBBIE HEIEIN KU3HU PEOCHKA, PEKe — B 0O-
Jiee CTApIIEM BO3PACTe. TaKue IETH OTINYAIOT-
¢ W3JUIIHAM OECIIOKONCTBOM, CHIDKEHHAEM
IOTOOTAENCHUA U CIIOHOOTAENEHU, O6eCIpHu-
YUHHBIM TIO/BEMOM TEMIIEPATYPBl O€3 Kara-
PAIBHBIX CHMITOMOB, CHIDKAIOMENCA TOJBKO
nocse npuéma Joo0u KuKocTy. [1o mepe poc-
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T4 PEOEHKA M3-31 MOCTOSHHOU AETUAPATALUN
PA3BUBAIOTCA TSKEIBIE METAOOMUYECKUE HAPY-
IEHWUA, U, KaK CIEACTBUE ITOTO, MOABIACTCI 1
IPOrPECCUPYET  3AJ€PXKKA  (PU3NUECKOTO U
HEPBHO-TICUXUYECKOIO PA3BUTHUS, BIUIOTH IO
YMCTBEHHON ~ OTCTAIOCTU.  [Ipucoeaunsiorcs
CUMIITOMbl HOYHOI'O, JHEBHOI'O HEJICPKAHUA U
HEYEPXKAHUA MOYH, 33/IePKKU CTyIa. CyTOUHOE
KOJIMYECTBO BBLIITMBAEMOM M BBIIEIACMON K-
KOCTH B 3aBUCUMOCTH OT BO3PACTA MOXET JJOC-
tarath 15-20 1. [Momuypusa NpUBOAUT K pac-
IUPEHUIO  YANIEYHO-JIOXAHOUHON  CUCTEMBI,
Pa3BUTHIO THAPOHE(DPO3d U IOCAEAYIOMIEMY
TAKENIOMY  HAPYMIEHUIO  (DYHKUMM — IOYEK
[10; 11]. HecMoTps Ha CTONMb JYIATEIBHBIA U
YCIIEIHBIN TIEPUOJ U3YYEHUS JAHHOTO 3a607€-
BAHUA, 10 CUX IIOp NEPBUYHAA AUATHOCTHUKA B
PAZE CIY4AEB BBI3BIBACT 3ATPYAHCHUA.

KIMHHUYECKUAM CIIYYATL

[IpescraBieH KIMHUYECKAN CIy4ail paH-
Hell MaHU(ECTAUY, HO TIO3JHEU UATHOCTH-
k1 HH/I,

Manbuuk P, 6 et moctynt B Hepposoru-
yeckoe orgencnue Kb umenu ILHM. TTnayruna
. [TepMb € 5Kam06aM1 Ha IOCTOSHHYIO KUKy (34
CyTKA BbIUBAET 10 10 71 BOJBI), OOWIBHOE U
VYALIEHHOE MOYEHCITyCKaHue. M3  anamuesa
KU3HU U3BECTHO, UTO PEOEHOK OT 1-i1 GepeMeH-
HOCTH (6EPEMEHHOCTb HE HACTYNATA B TEUYEHUE
0 JIeT, PUYMHA HEM3BECTHA), KOTOPAS MPOTEKA-
Ja C TOCTOAHHOM YIpO30M  IPEPHIBAHUA,
1-X CPOUYHBIX POJIOB, OLICHKA II0 LIKaIe Amrap
8/8 6aw1oB, Macca Tena npu poxaeHnu 3310,
mHa 50 cM. Beinmcan u3 poijoMa Ha 5-11 JIEHD,
TPYIIIA 340POBbs HOBOPOXKAEHHOIO 2 b. Bospacr
MATEPU TIPU POXIACHUN PEOEHKA 27 JIeT, OTHA
30 sier. HacseicTBEHHOCTD OTATOIIEH: Y MAMBI U
6a6YIIKN 110 MATEPUHCKON JIMHUU HECAXAPHBIN
JUa0eT  (HEYTOYHEHHbIN), runorupeos. Orery
pe6EnKa 370poB. B mecsiy macca 3860 1 (-2SD),
A Tena — 52,5 oM. (-2SD), UMT = 14 K/,
TPOIEHTIb 0,3, 3ATSHKHAS THIEPOUTUPYOHHE-
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MU, B HOCICAYIOMEM — HU3KME IIPUOABKU B
MACCe U POCTE. AHAMHE3 3200/I€BAHNA: IEAUATPA
NOCEIAIOT HEPETY/APHO. B 5 MECALEB KOHCY/Ib-
TUPOBAH 3HIOKPUHOJIOTOM I10 TIOBOJY K100 HA
OTCTABAHUE B (DMBMYECKOM PA3BUTUU U JUIN-
TENBHBIE 3aTIOpPbl 10 3—-5 pHEr. O6CIen0BaH:
TTT - 5,7516 MkME /Mt (N 0,4-4,016 MKME /i),
Hb - 92 r/n, COD - 35 mm/4. KnmHudeCKkuit 1u-
ArHO3: TPAH3UTOPHBIN CYOKIMHUYECKUN THUIIO-
tupeos. KenesogeduuurHad anemus 1-1 crerme-
Hy. HaszHauen syrupokc 12,5 mr/cyr. Or cra-
[IMOHAPHOIO OOCIEAOBAHUA POAUTENN PEOEHKA
KATETOPUYECKU OTKA3bIBAIOTCA. CO BTOPOIO IO-
JYTO/W KU3HU OHM 3AMEYAIOT TOBBIIIEHHYIO
NOTPEOHOCTb MAJIBUMKA B JKUJKOCTH, OOWIBHBIE
U YACTBIE MOYEHCIYCKAHWA, OECIPUYNHHBIE
HOABEMBL  TEMIIEPATYPBL, C1A60CTh, MOTOPHYIO
HEJIOBKOCTb, OJHAKO K BPa4dy HE OOPAIAIOTCH.
[Ipy MCIIAHCEPHOM OCMOTPE B OZJUH T'OJl MACCa
7700 1t (-2SD), mmHa tena 68 cm (-3SD), UMT
16 Kr/™M’, IPOLEHTIb 55,7. AHAIM3BI HE CJIaBa-
mu. B 3 roma macca tea 13 600 t (-0,5 SD), poct
89 cM (-2SD), UMT 17,2 Kr/M’, porieHTIb 88,6.
OOl aHAIM3 KPOBY O€3 MATOJIOTUH, BIIEPBBIE
NOC/E POXKACHUA CACMAH AHAINU3 MOYM: IUIOT-
Hocth — 1002, pH — 6,0, MUKPOCKOIIHST OCA/TKA —
Mao Kietok. Ha Y31 opranos KKT — peaxrus-
HBIE U3MEHEHUS TIEYEHU U TIO/DKENYJOUHOM JKe-
7e3bl. Y3W MOYEBBIX OpraHoB He caenaHo. Kou-
TPOJIb AHAIM30B MOYX HE POBOJIIICSL.

Briepsbie B Bo3pacte 5 seT 8 MECALEB C Ka-
N06aMH Ha TIOCTOAHHYIO XKAKAY (34 CYTKH BBIIH-
Ba1 10 10-13 11 BOfBL), YIAMEHHOE, OOMIBHOE
MOYEUCIYCKAHNUE, (PU3MIECKYIO CIAOOCTD, ObICT-
PYIO YTOMJIAEMOCTb, OTCTABAHUE B (DUSUUYECKOM,
HEPBHO-TICUXMYECKOM Pa3BUTUN ObUI I'OCINTA-
JU3UPOBAH 10 HANPABIEHUIO YY4ACTKOBOIO IIe-
JMATPa B 3HIOKPUHOJIOIMYECKOE OTAETEHUE
KIKB 1. Ilepmb. Macca Teja npu MOCTyIUICHUN
18 400 r (-1SD), pocr - 103 cm (-28D), UMT
17 xr/m’, ipotieHTIb 84,4 TIpHt JIaGOPaTOPHOM
OOC/IEIOBAHUH BBIABIEHO NOBBIIEHHUE OCMOIAIb-
HOCTH KpoBH 110 350 Mocmonb/KrpH,0O, pH kpo-
BU 7,3, runepHarpueMus cBbime 150 MMOb/1,

AT - 6,1 mr/mn (4-12 mr/mn), CK® - 90
wii/MuH/1,73 M’ B 06iem aHau3e MOYM TOCTO-
AHHO HU3KME IIOKA3ATEIM  OCMOJIUIBHOCTU
(<200-300 mocMoib/krH,0) 1 OTHOCUTENILHOM
iotHocTH (< 1001-1005 /1), ocranbHble 110-
KA34TeIU B HOpME. PEKOMEHIOBAHO NPOBEACHUE
MOJIEKYJIAPHO-TEHETUYECKOTO  MICCIE0OBAHUA B
OIBY «HMUII supoxkpunonorun» M3 PO (r. Mo-
CkB2). [Tocse mpoBEAEHHOTO METOIOM IIPAMOTO
CEKBEHUPOBAHNA dHA/N3d 3K30HOB U IIPUJIEKA-
IUX Y9ACTKOB MHTPOHOB reHoB AQP2 u AVPR2
BBUABWIM TEMUSUIOTHBI BAPUAHT MYTALUU
(8 reme AVPR2 3zamena S3131 (c 752-
755dupGCCGp.T253pfsX7)). Ha ocHoBanun
AHAMHE32 XKM3HM, OOC/IEIOBAHUA U TEHETHYe-
CKOT'O 3AKTIOUEHNA PEOEHKY IOCTABIEH OKOHYA-
TEJIbHBIN KIMHUYECKUN JIMATHO3: BPOXIEHHBIN
HE(POreHHbI  HecaxapHbll  jguabder, IIH .
ComnyTCTByronye 3200/1€BAHNS: 34/ICPKKA POCTA
KOHCTUTYLIMOHAJIbBHO-COMATOTEHHAA,  34/ICPKKA
HEPBHO-TICUXWYECKOTO  PA3BUTHA, JIAOWIbHAS
CUCTOIMYECKAA ~ APTEPUATbHAA  TMIIEPTEH3UA
PekoMeHI0BaHA ieTa C OrPAHUYEHUEM IIOBA-
PEHHOI COMY; 0becrieyeHne CBOOOIHOTO JIOCTYII
K ITUTBEBON BOJIE; IOKU3HEHHO, TIOJL KOHTPOJIEM
YPOBHA KAMBIWA U KA B KPOBH, KUCJIOTHO-
OCHOBHOI'O COCTOSIHUS, CYTOYHOM KaJIbLIUYPUU
NpUEM TUIOTUA3KAA B JI03€ 2 MI/KI/CYT U IIpe-
TIAPATOB KAJIUA €KEAHEBHO; IPOBOJUTH MOHUTOP
apTEpUABHOTO JIaBNeHus. B Bo3pacte 6 et
MAJIBYMK MOCTYIIAET JYI IUTAHOBOIO OOCIE/0BA-
HIA B HE(PPOIOrMIECKoe ot1/eeHue. COCTOSHNE
10 3200/IEBAHNIO — CTAOWIBHO TKenoe. Coxpa-
HAIOTCA U3MEHEHUA B TA00PATOPHBIX MIOKA3ATE-
X, Xapakrepusie jui1 BHH/L [Tposeaena npo6a
C JICCMOIPECCHHOM: TIOCTIE BBEJICHUA JIECMO-
npeccHa 60 MKI' CYyOIMHIBAIBHO: TUIOTHOCTD
moun —1000, uepe3 2 u 4 4 — 1000; cyro4Hblit
auypes 4975 M1, 4TO OTBEPrder AMArHO3 LIEH-
TPATBHOTO HECAXAPHOIO naberd.  JononHu-
TEMbHOE OOCIEI0BAHUE: CYTOYHBIT MOHUTOPUHT
APTEPUAIBHOIO JIABIEHNA: JIAOWIBHAA CUCTOMN-
YeCKaA APTEPUAIBbHAA TUTIEPTEH3NS; R-mornyec-
KO€ HCCTIEAOBAHNE: KOCTHBIN BO3PACT COOTBET-

119



CNYYA N3 NPAKTUKN

CTByeT 3 rogas; Y3M MOYEBOI CUCTEMBL JBYCTO-
POHHAA [IUENOIKTA3NA, TIPU3HAKU XPOHUYECKOTO
nuctuta. [Tanuenty pekoMeHIOBaHA KOMOUHU-
pOBaHHAA Tepanyd (TUIOTUA3KY, 2 MI/KT/CyT +
UHZIOMETAluH 1,5 MI/Kr/cyr).

C y4érom HEOMATONPUATHOIO IIPOTHO3A
10 320071€BaHUIO (OBICTPOE MPOIPECCUPOBAHNE
TUAPOHEPPOTUYECKON  TPAHC(HOPMALMU  T10-
YeK) TI0C/IE BBITUCKU U3 CTAIMOHAPA HEODOXO-
JIUMO 00€CIIeYnTh PEOEHKY DETYIAPHOE JIC-
IIAHCEPHOE HAOMOJACHUE U OPraHU3ALUIO Pea-
OWINTALMOHHBIX MEPOIPHATUI  IEJUATPOM,
HE(POIOrOM, HEBPOJIOIOM, 3HIOKPUHOJIOIOM,
KaP/IMOJIOTOM 110 MECTY JKUTENBbCTBA /IO TIePeia-
4y BO B3POCIYIO CETh.

BbIBOJIBI

[IpesCTaBIeHHbI  KIMHUYECKUI  CIIy4dail
JIEMOHCTPUPYET BAKHOCTb CBOEBPEMEHHON JIU-
arnoctukn HHH] Ha am6ynaTopHO-NOMMKIN-
HUYECKOM 3Talle C JATIbHENIIEH T€HHO-MOJIEKY-
JAPHON BepuUKauyen 3a00JM€BAHUA, YTO B
KOHEYHOM CYETE IO3BOJIAET MOMYIUTh UHPOP-
MAIFIo 00 ONPEENCHHOM JIE(DEKTE T€HA, OKOH-
YATENBHO IIOCTABUTh KIMHUYECKUI JUATHO3,
CIIPOTHO3MPOBATH TEYEHUE 3200JIEBAHUA U OIl-
PEIENUTD JAILHENIIYIO TAKTUKY BEACHUA OOJb-
HOTO B IUTAHE JOITOCPOYHOIO JIEYEHUA U JUC-
MAHCEPHOTO HAOMIO/ICHUAL.
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duHaHCcHpOBaHUeE. lccnenoBanue He
UMEJIO CTIOHCOPCKOM MOJIEPIKKU.

KoH(aukT HHTEpECcOB. ABTOPHI 3a5BIS-
10T 00 OTCYTCTBUM KOH(IMKTA UHTEPECOB.
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