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Pe3ztome

Heab. IIpeacraBuTh KIMHUYECKUN CiTy4dal MCEBIOTUIIOAIbAECTEPOHU3MA 1-r0 THUIIa Y HOBOPOKJIEHHOTO
pebeHka.

Metonuka. [IpeacraBneH HaOrO1aeMBbIl aBTOPaAMH KIIMHUYECKHNA CITyYaid TICEBIOTHITOANIbICCTCPOHN3MA
1-ro TMma y HOBOPOXACHHOTO peOeHka. [IpoBeieH aHaan3 MaTepralioB KapThl CTAlIMOHAPHOTO OOJIHHOTO,
pe3ynbTaTOB  KIMHUYECKHX,  JAOOPAaTOPHBIX,  HHCTPYMEHTAJIBHBIX  METOAOB  OOCIeIOBaHWUSL.
[IpoananmsupoBana OTEYEeCTBEHHAS u 3apyOexxHas IUTEepaTypa o npobieme
TICEBAOTUITOAIbIECTEPOHN3MA, TTPOBEJICH CPABHUTENBHBIN aHAIN3 KIMHUKO-TA00PATOPHBIX MMOKa3aTeNew,
OCOOCHHOCTEW Tepanuy W MCXOJOB B ONMHCAHHBIX paHee KIMHUYCCKUX CIydasX IaHHON MaTOJIOTUU C
pe3yybTaTaMu, MOJyYEeHHBIMU B X0JI¢ TIPECTABICHHOTO HAOTIOACHUS.

Pesyabrarpl. [lceBIOrMMOANbIOCTEPOHU3M OTHOCAT K TPYIIIE TEHETUYECKH OOYCIIOBJICHHBIX
HapyIICHUH SJEKTPONMTHOrO OajaHca, BO3HHMKAIOIIMX BCJIEICTBHE HAPYIICHHS peadcopOIuu HOHOB
HaTpUs B KaHANbIAX BBUAY HH3KOW YYBCTBHTEIHHOCTH PELENTOPOB KAHAIBIEBOTO OJIHTEIHS K
anproctepony. Knmanka BaprabenbHa, 3a001eBaHNe MOXKET IPOTEKATh C YTPO30H JETATFHOTO UCX0/a B
CBSI3U C TSKEJION MOTEepel COMM U BBIpAXKEHHOU runepkanuemueii. K oCHOBHBIM IPOSBICHUSAM OTHOCSAT:
TIOJINYPUIO, TOJMUIHIICUIO, 3aJEPKKY (U3MUYECKOTO PA3BHUTHUS, apTCPUAIBHYIO TUIIOTCH3HIO, SIH30bI
geruaparaui.  HamMu  mpenacTtaBieHBl OCOOCHHOCTH — KIIMHUYECKOTO — TEUEHHUS  IICEBJIO-
TUTOAIBIECTEPOHN3MA 1-TO THMA, a TakkKe IUHAMUKa JTabOpaTOpHBIX MoOKazaTened 10- U Ha ¢oHe
JIEYEeHUs] Y HOBOPOXKIEHHOTO pebeHKa.

3akia0oueHue. Y HOBOPOXKIEHHBIX JEeTeH TPH BBIABICHHH CTOWKOW THIICpKATUEMHU Ha (QoHE
MPOTPECCUPYIONICH THIIOTPOPUH CIEIyeT HCKIIOYATh TCEBIOTHIIOATBICCTEPOHU3M. [IpencTaBieHHbIN
KIIMHUYECKAN CIy4yail TIO3BOJMT KJIMHHUIMCTAM PACHIMPUTH B3I HAa TPOOJIeMy THICPKAaTHCMHUH,
OCOOCHHOCTH KIIMHUYECKUX MPOSBICHUHN PEAKUX TyOYyIOMATHH, YTO TIO3BOJIUT BOBPEMSI TUATHOCTHPOBATH
WX Y IPaBUILHO BHIOPATh TAKTUKY BEICHUS.

Kniouesvie cnoga: TICEBIOTHIIOANBACCTCPOHU3M, THIIEPKATUEMUS, HOBOPOXKIEHHBIC, THUIOTPOQUS,
TyOyJIomaTnu
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Abstract.
Objective. To present a clinical case of type 1 pseudohypoaldesteronism in a newborn child.

Methods. A clinical case of type 1 pseudohypoaldesteronism in a newborn child observed by the authors
is presented. The analysis of the materials of the inpatient card, the results of clinical, laboratory,
instrumental examination methods was carried out. The native and foreign literature on the problem of
pseudohypoaldesteronism was analyzed, a comparative analysis of clinical and laboratory parameters,
characteristics of therapy and outcomes in the previously described clinical cases of this pathology with
the results obtained during the presented observation was carried out.

Results. Pseudohypoaldosteronism belongs to the group of genetically determined electrolyte balance
disorders resulting from impaired reabsorption of sodium ions in the tubules due to the low sensitivity of
the tubular epithelium receptors to aldosterone. The clinic is variable, the disease can occur with a threat
of death due to severe loss of salt and severe hyperkalemia. The main manifestations include polyuria,
polydipsia, delayed physical development, arterial hypotension, episodes of dehydration. We present the
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features of the clinical course of pseudohypoaldesteronism type 1, as well as the dynamics of laboratory
parameters before and during treatment in a newborn child.

Conclusion. In newborns, if persistent hyperkalemia is detected against the background of progressive
malnutrition, pseudohypoaldesteronism should be excluded. The presented clinical case will allow
clinicians to broaden their view of the problem of hyperkalemia, features of the clinical manifestations of
rare tubulopathies, which will makes it possible to diagnose them in time and choose the right
management tactics.

Key words: pseudohypoaldosteronism, hyperkalemia, infants, hypotrophy, tubulopathy

BBeneHune

IIceBmorunoansaocteporm3M (IT'A) OTHOCUTCS K TPYIIIE TUCTATLHBIX TyOyJIONaTH, HACIEICTBCHHBIX
HapyLEHUH BJIEKTPOJUTHOTO MeTa0OIM3Ma M IPOSIBIAETCS TUIEepKaIueMuedl U MeTaboJIn4ecKuM
anya030M IpH HOPMAaJbHOM YpPOBHE riomepyisipHod ¢unstpamuu [2, 3, 7]. Ilpu III'A moueunsie
KaHaJIbIBl HE CIIOCOOHBI YBEJIWYMBATH IKCKPELHUIO MOHOB Kajdusi M peadCOpOLHI0O MOHOB HATpHs H
XJIOpHaa TOJA BIUSHHUEM albJOCTEPOHA BCJIEACTBHE HU3KOM UYYBCTBUTEIBHOCTH PpELENTOPOB
KaHAJIBIIEBOTO JMHUTENNS K albIoCcTepoHy [6,7]. BmecTe ¢ HaTpueM OpraHm3M TepseT 3HAYUTEILHBINA
00BEM JKHIKOCTH, Pa3BHBAIOTCA JETHIpATAIs, COJEBOE HCTOLIeHHe, AucTpodus. ['mnoHarpuemus u
TUIIOBOJIEMUSl  CTUMYJIMPYIOT M30BITOUHYIO CEKpEeLHI0 albJOCTEpOHA, OJHAKO, HECMOTps Ha
nepeHanpsbkeHue MUHEPaJOKOPTUKOUIAHON (QYHKIMM KOPHI HAAIIOYEYHUKOB, peadCcopOLHs HATpus B
MOYKaXx OCTaéTcs CHWKEHHOH [2, 6, 11]. B otnnune oT BposkaeHHON TUC(YHKIMU KOPHI HAANOYEYHUKOB
U HaJIMOYEYHHKOBON HEJOCTAaTOYHOCTH, MPH ICEBAOTMIIOATBIOCTEPOHU3ME PE3KO TMOBBIIMIEH YPOBEHBb
peHUHa U anpaocTepoHa [6].

B mHacrosimee BpeMs BBIAEISIOT HECKOJNBKO ¢opM Icepmorumnoanpaecrepormsma. I[II'A, Tum 1
(ayTocomHO-ToMuHaHTHas peHanbHas Gopma (OMIM 177735) — myranuu rena MLR (NR3C2, 4q31.1)
MUHEPaJOKOPTUKOUIHBIX PELENTOPOB TJABHBIX KIETOK COOMpaTelbHBIX TpyOOUYeK; ayTOCOMHO-
peueccuBHas noiuopranHas ¢opma (OMIM 264350) — wMyrtanum B TeHaX, KOAMPYIOIHX o, B, Y
CyObeMHUIBI HAaTpHUEBHIX snuTennaibHbiXx KaHaiuoB (ENaC) coOupatensHbix TpyOouek (SCNNIA,
SCNNI1B, SCNNIG, 12p13, 6pl3), npuoasniue k aedekry TpaHCIOPTa HATPUS BO MHOTHX OpraHax,
COJEPXKAIMX BIUTEIINAIbHBIC HAaTPUEBbIE KaHaJbl — B IIOYKAX, JIETKUX, KHUIIEYHHUKE, SK30KPHUHHBIX
)Kenesax) [2].

Y MutaJieHIIeB OMUCaH TPAH3UTOPHBIN CHHIPOM THIIEPKATMEMUH H METaO0IMIECKOTO aluI03a 0e3 moTepu
COJIM, €T0 paccMaTPUBAIOT KaK BapUAHT PEHAIBHOrO MCeBAOTUNOANbA0CTEpoHr3Ma tuna 1 [2]. TITA tun
1 BKITIOYAET JaBE KIMHUYECKHUE (DOPMBI: C PEHAIHHBIMH U C TIOJUOPTaHHBIMU HapylieHusMmu. Hauboee
4acTo HaONIONAIOT PEHANBHYIO ayTOCOMHO-JOMUHAaHTHYIO QopMy. KnmHuka BapuaOenbHa, MOXKET
MPOTEKATh C YIPO30M >KU3HU B CBSI3U C TSDKEJIOM MOTEped COMM U BhIpaKEHHOW runepkainuemueit. K
OCHOBHBIM TIPOSIBIIEHUSIM OTHOCST: TIOJHYPHIO, TTONHIUIICHIO, STMH30ABlI JETUAPATAINH, 3aJePiKKy
(hu3MUeCKOro pa3BUTHS, apTePUANLHYIO THIOTeH3uto [2, 7, 9]. B Bo3pacTte 1-2 neT MOXeT HACTYNHTh
VIIyYIIICHUE, TPEATONIOKUTENBHO, 38 CUCT «J03PEBaHUS» MPOKCUMAILHOTO TYOYJISPHOTO TPAaHCIOPTA,
Pa3BHTHS  «COJCBOTO»  amNIeTUTa W  yIy4YlIeHWs PEHAILHOTO  TYOyJSIpHOTO  OTBETa  Ha
MUHEPAJIOKOPTUKOUABI [2].

IIpu BTOpOIT hopMe ¢ MHOKECTBEHHON OPTaHHON PE3UCTCHTHOCTHIO K MHHEPAJIOKOPTHKOUIAM DITH30.ThI
MMOTEPH COJIM OTMEYAIOTCS Cpasy MOCIe POXKIACHIS, TOT 1A K& BO3MOKEH 1 JICTAbHBIN ucxox [2, 3, 7].

[I'A, tun 2 (cungpom l'opmoHa) ¢ ayTOCOMHO-ZOMHHAHTHBIM THIIOM HacjeIoBaHUsi, 00yCIOBJIEH
myTammsamMu B reHax WNK4, WNKI1, KLHL3, CUL3 [2, 4]. [Ipu 3TOM COCTOSSHUM TOBBIIICHA
peabcopOuust xjopuga HaTpus B TOJCTOM BOCXOAALIEM KoJeHE MeTnu ['eHne, 4YTo NPUBOIUT K
HapyLICHUIO CEKPELUH KaJlisl U BOJOPOJa B KOPTUKAIBHBIX COOMpaTeabHbIX TpyOoukax. OH pa3BUBaeTCs
B IIOPOCTKOBOM BO3pacTe, y NAlMEHTOB BCETa IPUCYTCTBYET TsDKeJIas apTepuasbHas TunepTeHsus [2].

[Ipuobperénnsie ¢GOpMBI TICEBAOTHIIOATBIOCTEPOHI3MA OMUCAHBI TPH OOCTPYKTHBHOW YpOIIATHH,
TyOyJIOMHTEPCTUIIMATIBHOM He(ppUTE, THKEIOM MUEeNOHEe(PUTE, CEPIIOBUIHO-KICTOYHOH HEPpOmaTHH,
CHCTEMHOH KpacHOHW BOJYaHKE, aMUJIOHI03€, MHOKECTBEHHONH MHEIOME, HEOHATAJIHbHOM MENyJUIAPHOM
HEKpo3e, OJHOCTOPOHHEM Tpombo3e mouyeuHod BeHel [2, 10]. B mocrymHoli nuTeparype ommcaHbI
SIMHUYHBIC CTy4Jau TCEBIOTUITOATBICCTEPOHN3a Y HOBOPOXKICHHEBIX [3, 4, 8]. B HacTosme# myomukammm
MPHUBOIATCS Ppa30op KIWHUYECKOTO CiIydas IICEBOTHUIOAIbASCTOPOHN3MA | THMA, KOTOPBIA ObLT
JIUATHOCTHPOBAH y HOBOPOXXACHHOTO pebeHKa, 00CIeIOBABIIETOCS B CTAllMOHAPE IO IPYTOH HO30JIOTHH.
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OnucaHue KnNnMHMYeCcKoro cny4yas

JeBouka A. (uctopust 6onmesnu Ne 105-582/21) 18.05.2021 1. poKACHHS TOCTYMWIA B OTICICHUC
MAaTOJIOTMH HOBOPOXACHHBIX M HemoHomeHHbIx nered (OITHH/) r. CMoneHcka B Bo3pacTe ceMu AHEH.
bruta mepeBezena B miuaHOBOM mopsnake u3 llepuHatanpbHOTO HEHTpa A YTOYHEHHs IUarHo3a u
nedeHus. Pommrenm pebenka: wMath-30 jeT, oren-35 JeT, mnpodecCHOHANBHBIE BPETHOCTH,
HACJIeJICTBEHHbIE 3a00JIEBaHUS OTPULIAIIH.

W3 naHHBIX aHaMHE3a yCTaHOBJIEHO, YTO peOeHOK oT 2-0ii 6epemeHHOCTH (1-51 OepeMeHHOCTD 6 JeT Ha3axn
3aKOHYMJIACH POJIAMH IyTEM OIEPallA KecapeBO CEYeHNE, MAIBYHK 310POB), OT MAaTEPHU C OTATOLICHHBIM
THHEKOJIOTUYECKUI aHaMHe30M (OKTOMUsSl IIEHKH MAaTKH, IOJMKUCTO3 SIMYHUKOB). Hacrosmmas
OepeMeHHOCTh TpoTeKana Ha GpoHe anemuw ¢ 21 Hexenu recTauy, HU3KOW IianeHTanyy, B 31 Heneno y
mioa OBLT 3aIll0J03pEH BPOXKIEHHBIM MOpok pa3sutus cepama (BIIPC), muoroBomme ¢ 37 Hemenw.
Hacrosiiue ponsr BTophie, B 38 Henenb MyTeM MOBTOPHOW OMEpaIil KecapeBO CEYeHHE 10 TPUIHHE
HECOCTOSITEIILHOCTH TOCIICONepalHOHHOT0 pyOra. OIEeHKM HOBOPOXKACHHOTO IO mikajie Amrap: Ha 1-i
MUHYTE 8 1 Ha 5 MuHyTe — 9 GayoB. Macca nipu poxxaenuu 3120 r, anuna 51 cM, OKPYKHOCTD TOJIOBBI
rpyzau o 35 cm. CoctosiHre pebeHKa NpH POXKIESHUH PACLEHUBAIOCH YIOBICTBOpUTENbHBIM. C 1-X CyTOK
os1  moarBepikaeH BIIPC: J[lebexkt wmexokenymoukoBoii meperopoaku  (JAMIKII), OTkpbIThId
aprepuanbHbiii MpoTok (OAII), OtkpreiToe oBampHOEe OkHO (OOOQO). Ilepwon paHHEW amanTaruu y
HOBOPOXJIEHHOTO MPOTEKAT 0€3 OCIOKHEHHH.

B OITHH/I neBouka nmocTtymnuia B Bo3pacte 7 1HEH ¢ Maccoil Tena 2687 I. B COCTOSHUM CpeAHEN TSKECTH
3a CUYET KapAHOBACKYJSIPHOIO CHHIPOMA, KENTYIIHOTO CHHAPOMA, TUHOTpoduu (Aepuuur macchl
13,9%). Ha 3XOKI" BIIPC 6b11 moaTBep»AeH, HO MPU3HAKOB HAapyIIEHUs] KpOBooOpaeHus y pebeHka
He ObUTO, KaK M MOKa3aHWH K KapAHOXHPYypPrUYecCKOMY JICUeHHIO. B cranmoHape mpoBOIMICS KOHTPOIb
apTepHaNbHOTO JABICHHS, YUeT anypesa. [Ipu KimHuKo-1a60paTopHOM 00CIIeI0BaHNH Y peOeHKa KpoMe
BPOXKICHHOTO IIOpOKa cepiaila Oblla JHarHOCTUpOBaHAa BHYTpUyTpoOHas wuHbpekuus (BYHN)
HEYTOYHEHHOW 3THOJOTHH, (pIeOUT MyrnmoYHON BEeHBI, KaTapalbHBIA OMQaTUT HEYTOYHEHHOH 3THOIOTUH
HEOHaTalbHas XKeNTyxa 3-i CTereHH.

B o0miem aHanw3e KpoBU MPH MOCTYIUICHUH WMEIHCh BOCHAIMTEIBHBIC H3MEHEHUS, TIOITBEPIKIAFOIINC
BEITIICYKa3aHHbI amarao3 (BYW). B OwoxmMuueckoM aHajgu3e KpoOBH OOmuil  OmimpyOwnH
COOTBETCTBOBAJ JKEJITYITHOMY CHHIPOMY 3-U CTETICHH; TOBBIIICHUE aKTUBHOCTH IIEIOYHON (ocdaTasbl
U Tramma-TiyTamuiaTpancdepasbl paclieHeHO KaK CHHAPOM CTYIICHUsS KEIYd, UCKIIOUeH (eTambHbIN
remaTtur, Obula Ha3HadeHa gororepanus. Ouarn nHpekuun (PredUT U oMdanut) ObUTH MOATBEPKACHBI
JIOTIOJTHUTENBHBIME MeTo/laMu o0cnenoBanus (Y3 mymnovHo# BeHBI U OaKTEPUOIOTHICCKHE TTOCEBHI) U
caHupoBaHbl. PeGeHok Obul oOcnemoBan mytrem WDA wa BYUW: uckimoveHbl XnaMuauiiHAsS U
[UTOMETAIOBUPYCHast MHDEKIIUS, TOKCOIIa3MO03, TepreTuueckas nHpekuus 1-ro u 2-ro tumos. OHAKO,
B OMOXMMHUYECKHMX aHAJM3aX KPOBH C MOMeEHTa mnoctyruieHus pebenka B OITHHJ] mocrosaHO
OTIpeIeTISUICS] BBICOKUN ypoBeHBb Kamus. Ilpu mposemennn Y3U opraHoB OpIONIHOM MOJOCTH, TOYEK H
HAAMOYCYHUKOB — TATOJIOTUH HE BBIABICHO. Ha (oHe NeyeHus KynmupoBajCs >KEIATYIIHBIH CHHIPOM,
MyMOYHAs paHKa SMUTEIU3UPOBANIACh, HO Y peOCHKA COXPAHSJIOCH BSJIOE COCAaHUE, MPOTPECcCHpoBalia
OCIIKOBO-PHEPTETHYECKAsT HEJOCTATOYHOCTh (JISUIIMT MAcChl K KOHIy Mecsia noctur 18%). Pebenok
0BT 00CIIeoBaH HAa BO3MOXHYIO MATOJIOTHIO KEITyIOYHO-KHIIEYHOTO TPakTa — yOeIUTEeNbHBIX JaHHBIX
32 JIAKTa3HYI0 HEJOCTAaTOYHOCTh IIOJydeHO He Obiio. J[MHaMuka 1a0OpaTOpHBIX IMOKa3arened B
OMOXMMHYCCKOM aHAJIN3€ KPOBH peOCHKa MpeIcTaBIeHa B Ta0. 1.

Tabmuia 1. JuHamuka 1a00OpaTOpPHBIX ITOKa3aTeied B OMOXMMHUYECKOM aHajdh3e KPOBU peOCHKa
MIPEJICTaBJICHA JIO- U Ha (POHE MPOBOIUMON Tepanuu

Kannit | Harpuii | X10p | Kanbimit | MoueBrHa | Kpeatnnun | I'moko3a
Bospact pebenka
MmMoub/n
8 cyTox 8.8 130 96,9 2,91 10,3 88,2 2,9
15 cyTox 7,9 122 89,5 2,82 8,5 71,6 3,6
21 neHs 7,7 127 95,7 2,99 9,9 62,7 —
Ha ¢one nmpoBoumoii Tepanuu
1 mec 3 mHA 6,9 134 99,3 3,48 6,3 46,7 —
1 mec 12 mHei 5,6 142 106,8 - - - -

C yd4eroM KIMHMYECKOTO HAONIONCHUS B JUHAMHKE, AHAIM3UPYS JOMOJHUTEIHHBIC HCCIICIOBAHUS
(coxpaHsomasca TUMEPKAINEMUs, THIOHATPUEMHS W THUIOXJIOPEMHH), HCKIIIOYaNnach JHIOKPUHHAs
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[IaTOJIOTHUS U [TOYEeYHas IaTOJOrHsl. YUUThIBAs, YTO CTOMKAs TMIIEpKaIMeMusl HauOoJjee 4acTo HapaBHE C
MOYECYHOH MaTOJOTHel OTMedaeTcs MpH HapyleHUsAX (yHKIMM HaAMIOYEUYHHKOB, PEOCHKY OIpeAesuin:
ypoBeHb AKTI" — 10 nr/ma (Hopma), 17-ruapoxcunporectepona — 8,73 HMOb/I (HOpMa), KOpTH30/a —
170 Hmonbe/n (HOopMma); amproctepoH — 17800 nr/mn (Hopma: 60-1790); penmna (mmazma) >500
MK/MEn/mmn.

Pe3ynbratht WHCTPYMEHTAJILHOTO obcnenoBaHMs. Ipoduins apTepuaTbHOTO TTaBJICHUS
(TpexkpaTtHO):80/50-90/60 Mm.pT.cT. DXOKI': momosHUTETRHAS XOpAa B JICBOM JKEITyIO0YKE, B CPEIHEH
TPETH MEXKIPEACEPIHON meperopoake oOpeIB 3xocurHama 24 mm. CokparuTenbHas CIIOCOOHOCTH
Muokapaa ue usmenena. BITPC (JIMXKII B mpimieunoit yactu 4,0 Mm).

OKI' 26.05: cunycoBas taxukapaus ¢ YCC 200 ya/mua. D0OC otknoHeHa BIpaBo. IloBblleHue
3JIEKTPUIECKONH aKTUBHOCTH TOTEHIIMAJIOB MPABOTO JKEIyJOouyka M IpaBoro mpeacepaus. Hapymenus
mporeccoB penoispusanui. B muaamuke, ot 02.06: cunycoBas taxukapams ¢ UCC 166/muH, 30C
BeptukanbHas. Ilpu cpaBHeHnu ¢ OKI' oT 26.05 mosBMIMCH BBICOKHEC CHMMETPHYHBIC 3yOIBI T, 9TO
MOJKET CBHIETENHCTBOBATH O THIIEPKATTHEMHUH.

Y3U opraHoB OpIOIIHOW TOJIOCTH: BHIPQKEHHBIM METCOPH3M, TIEYEHb, MOKEIyIOuHas >Kenes3a,
cene3eHKa 0e3 9X0-CTPYKTYPHBIX HapyIICHUH.

V3W HagnmodyedHWKOB: pa3Mephl — TpaBelii 8.1x5.6MM, neBeridi — 5,8x4,8MMm. Hammodednuku
BU3YAIM3UPYIOTCS B THUIHYHOM MecCTe (opMa TKaHH OJIMKE K TPEYroJbHOH, 3XOT€HHOCThH BBIIIIE
CpEIIHEro, OMHOPOIHAS, IIATOJIOTMYCCKUX H3MEHEHHUH B 001aCTH HAAMOYSYHHUKOB HE BBISBIICHO.

Y3U nouek: mojoxeHue 00bIYHOE, KOHTYPHI POBHEIC, YeTKUE, pa3Mepsl cpennue. Crpasa 42,5%24,0 mMm,
cineBa 42x24 mm. TommuHa HapeHXWMBI crpaBa 7 MM, ClIeBa 7 MM. OXOT€HHOCTh HOpMaJlbHas.
PeHokopTUKanbHBI HMHIEKC HE HU3MEHEH. YalleyHo-JIOXaHOYHas cHCTeéMa cIipaBa HE paclIMpeHa,
JIOXaHKa 2 MM, cJeBa — pacIIUpena, JoxaHka 5,5 mm. [Tuenoskrasus cnesa.

VY4yurtheiBas HMEIOIIMECS KIMHUKO-1a00paTOpHbIC TaHHBIC, ObLTa BRICKAa3aHA MBICIL O HAJIMYMH Y peOcHKa
TyOyJIOTaThH, Kak HACJICACTBEHHOW MATOJIOTHH, a MMEHHO, IICEBIOTHIOAIBIOCTEpOHN3MA 1-TO THIA.
Jns  yTOYHEHHMsI HACTOAIIETO JWarHo3a peOCHOK IO  TeNeMEAUIMHE IPOKOHCYIhTHPOBAH
crienuanucramu Hedponorudeckoro otaenenust PJIKb r. MockBbl, muardo3 ObUT TOATBEPK/ICH, JaHbBI
PEKOMEHAINK TI0 NajbHeleMy jJedueHuto pedenka. Ha ¢oHe mpoBeneHHON MH(DY3HMOHHON Teparuw,
JIOTIOJTHUTEIIFHOTO THTBS TIIFOKO30-COJIEBOTO PAcTBOpPA, THUIIOTHA3WAA W WHIOMETAIlMHA B CYTOYHOM
no3e 2 Mr/kr/cyT y peOeHKa YAy4IIMICS allleTHT, IMOpPO30BEIN KOXKHBIE ITOKPOBBI, HAYaluCh
cTaO0MIIbHBIC TPHOABKU MacChl Tesia (THIOTPO(USI B CTaUN PErPECCUU — Ne(MUIIUT MACChI TP BBIMHCKE
11,3%). B koHTpOonsHOM OMOXuMuUeckoM aHanu3e kpoBu oT 30.06.2021 — HOpMaIH30BaICSI YPOBEHB
3JICKTPOJIUTOB KpOBU. PeOCHOK BBIMMCAH JOMON B COCTOSHHM CPETHEH TSKECTH (110 COBOKYITHOCTHU
JIAHHBIX) TPU YJIOBICTBOPUTEIHHOM CaMOYYBCTBUU. Macca npu BbIUcKe coctaBuia 3550 rpamMmoB.
Junarno3 pebenka mpu Bemmcke: OcHoBHOU: TyOymomarws. IlceBmorumoanbaocTepoHnU3M 1-To THIA.
BIIPC: JMIXII B wmpmmeuynoi dactu 3.5MM, HK 0-1 cremenm, cramusi TEpBUYHON aganTaIlvy.
ComyTcTBYromui guarao3: BYW HeyTOUHEHHON 3THONOTHH, OCTPOE TEUCHHE CPeIHEH TshKecTH: (hiaeouT
MyTIOYHOH BEHBI, KaTapallbHbIH OM(paIUT HEYTOYHCHHOW 3THONIOTUH. HeoHaTanbHas xentyxa 3 CTeleHH,
nepuox  pexoHBaliecrieHnuu. CUHApPOM  crymieHus okenmyu. [luenoskrasus cieBa. bemkoBo-
JHEPreTHYECKask HeIOCTaATOYHOCTh, IOCTHATAIbHAS TUIOTPO( U | CTEIeHU, IEPUO] PETPECCHH.

Pe3ynbraThl MOJNEKYJSIPHOIO KapUOTHIHMPOBAHMSA IPU HCCIEIOBAHUU T'€HOB, BXOJAILIMX B IIaHENb
«[IceBnorunoanpaecTepoHu3M», MONy4YEHHbIE yepe3 3 Mecsla ¢ MOMEHTa TOCHHTAIM3aLUM, MOKa3aIH
myTaruio ¢.2084del B reme NR3C2, xoTopas B TETEPO3UTOTHOM COCTOSHUH MOXKET IPHBOIUTH K
ncepaorunoanpaocreponusmy, tin 1 (Pseudohypoaldosteronism, type 1, autosomal dominant; OMIM
177735). Tun HacnenoBaHMS-ayTOCOMHO-JOMHHAHTHBIA. YacToTa BCTpPEUaeMOCTH 3TOH MyTaluu B
PpOCCHICKOM MOMYJISALUHN HE YCTaHOBJICHA.

O6GcyxaeHne KNMHUYECKOro criyyas

IIpencraBieHHBIE HaMM KIMHUYECKUHM Ciydal JAEMOHCTPUPYET TPYAHOCTU IUATHOCTUKU CHUHApPOMA
TUTNIEPKATUEMHUH Y HOBOPOXJICHHOTO pebeHka. [IpuunHamMu runepkaqTueMud B HEOHATAIHLHOM TIEPUOJIC
SIBJISIETCSL  OCTpasl TMOYeuYHas HEAOCTaTOYHOCTh, HE3PENIOCTh KaHaNbLIEB, OCTpas HAANOYCUHUKOBAS
HEJOCTAaTOYHOCTh (aPEHOTEHUTAIBFHBIA CHHAPOM, KPOBOM3IHUSHUS B HAATOYECYHUKH, TIEPBUYHBIN HIIN
TPaH3UTOPHBII HEOHATAIBHBIM THIIOATbIOCTEPOHU3M), MACCHBHAS TMOTEPS] BHYTPUKIETOYHOTO Kalns
(TSDKEINBIN  anmao3, TO3MHSSI TepeBs3ka mynoBuHB, JBC-cuHApOM, BHYTPHUCOCYIUCTHIA T'E€MOJIN3, B
YaCTHOCTH, TPHU CEPIIOBUIHO-KICTOUYHOW aHEMHUM), M30BITOYHOE BBEACHUE Kaius (SATPOTCHHBIC
OCIIO)KHEHUS), TTOCTAaHOBKA CyOrjieanbHbIX IyHTOB [1]. KimHudveckass kapTuHa, 0COOCHHOCTH TEUCHUS
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3a00JI€BaHUs, PE3YNbTATHl JTOTOJHUTEIHHBIX METOJOB OOCIIEIOBAHUSA HCKIIOYAIA BBIICOMUCAHHYIO
natojoruro. [Ipu o0cienoBaHN YPOBHS TOPMOHOB OBLTO BBISIBIICHO JICCATUKPATHOE YBEIUYCHUE YPOBHS
ajgbAeCTepOHa, OJHAKO apTepUalbHOM TUIMEPTEH3UH, KaK OCHOBHOIO KIMHUYECKOTO IpHU3HAKa
TUINIEPANIBIOCTEPOHU3MA, ¥ HOBOPOXKACHHOTO HE OTMEYalIOCh, TEM HE MEHEE, UCKIIOYATNCh MPUYMHBI
TUTIEPATBICCTEPOHN3MA, CPEAM  KOTOPBIX  BBIACISIOT  albJIOCTEPOHIIPOIYITUPYIONIYIO  aACHOMY
HAJIIOYCYHUKA, OJHOCTOPOHHIOI WJIH JBYCTOPOHHIOI HAANOYCYHHKOBYIO THmeprriazuio [S5]. Takum
00pazoM, TPHWIIIM K MHEHHI0O O HEYYBCTBUTCIHHOCTH ITOYCUHBIX KAHAIBIEBBIX pEIETOPOB K
aJgbAECTEPOHY, CIEI0BATEIBHO, K UMEIOIICICS Y MallMeHTa MaTOJIOTUH — IICEBOTUITUIIOANIbIECTEPOHU3MY
1 Tuma.

CornacHo KIMHUYECKUM pekoMmeHgauusM, npu [II'A 1 Tuna mpoBOAST CHMITOMAaTHYECKOE JCUCHHE —
KOPPEKIHNIO 3JIEKTPOIUTHBIX HAPYIIEHUH ITyTeM BBEACHHUS pacTBOpa XJopuaa Hatpus 1o 1,5 r/kr/cyt (1o
50 mmomp/kr/cyT) [2]. [o3a mombupaercs MHANBUAYyAIbHO, MCXOAS W3 CYTOYHBIX TOTEPh HATPHUSA C
MOYOM, YpOBHEH HATpHs, Kalns B KPOBH, TOKa3aTee ambAOCTepOHa M aKTHBHOCTH PEHHHA B IUIa3Me,
TaKe MPOBOAMTCS KOPPEKIUs MeTabOJIMYECKOro anuao3a, myTeM BBeAeHus 4% pacTtBopa OnkapOoHarta
HaTpust B no3e 1-4 wmmondb/kr/cyt [2]. B Hamem KIMHMYECKOM ciydyae Ha (QOHE CcHayaia
NapeHTepaIbHOTO, a 3aTeM SHTEPAIILHOIO BBEACHHS XJIOPUAA HATPUSI COCTOSIHUE MAalMEeHTa 3HAUYUTEIHHO
VIy4IIHIIOCh, peOCHOK cTay HaOupath Bec. llemecooOpa3HOCTh Ha3HAUCHHS HHIOMETAIIMHA,
pexkomergoBannoro PJIKB, auckyraOenbHa. JlaHHOE  Ha3HAYCHHE, BEPOSTHO, OOYCIOBICHO
TPaIUIIMOHHBIM JICYCHHEM HEKOTOPHIX TyOyJiomaTuii HECTEpPOUIHBIMH MPOTHBOBOCIATUTEIFHBIMU
npenaparamu [2].

B nuteparype onmcanbl pegkue ciiydan HaOII0ACHUSI HOBOPOKICHHBIX C IICEBJOTHAIbIECTEPOHU3MOM |
tuna [3, 4, 8]. B mepBoM ciyyae MarTh HOBOPOXKICHHOTO MpPEIbABIIA >KAIOOB Ha MOBBHILICHHE
TEMIIepaTyphl TeJla U MOSBICHNE THOWHBIX BBIIEICHUN U3 HAPY>KHOT'O CIIyXOBOTO IIPOX0/1a, OTKa3 OT €JIbl,
nepuoguueckue cpeiruBaHus [3]. B OuoxumudeckoMm aHaiau3e KPOBU BbISBIEHBI THIIEPKAIUEMHS,
TUIIOHATPUEMUSI U TUIOXJIOPEMUs], peOeHKY ObLI YCTaHOBJIEH IUAarHO3 — aJApPEHOr€HUTAIbHBIH CUHAPOM,
conprepsiomias  gopma. Ilo pesynbTaraM TOPMOHAIBHOTO CTaTyca OBUIO BBISIBICHO TPEXKPAaTHOE
yBEJIMYEHHE YPOBHS albJECTEPOHA, U Ha OCHOBAaHMM TUHAMUKU KIMHHUKO-TA0OpaTOPHBIX JaHHBIX OBLI
MOCTaBJIEH AMArHO3: ICEBIOTUIOATBAOCTEPOHU3M | THma. Bpulo Ha3HAYEHO MOCTOSHHOE OTIAMBAHUE
COJICHOH BOJIOH, M C YIIYUIICHHEM KIMHHIECKOTO COCTOSIHAS peOeHOK ObLT BhITcaH [3]. JlaHHBIH cirydaid
onucaH 0e3 pe3yJbTaTOB MOJIEKYJIIPHO-TEHETHUECKOro O0CIeI0BaHUSl, HO BIOJHE CIPaBEIUIMBO
IPEANONIOKUTE, YTO Bpauyd IIOCTABWIM BEpHBIM 1uarHo3. Kpome Ttoro, Tedenme 3aboiieBaHUS U
pe3yabTaThl 00CTIeI0BaHUs, TOJIOKUTEIBHBIN OTBET Ha TEPAIMIO COJEBBHIMH PAaCTBOPaMH HMOATBEPIWIN
MIPETONI0KEHUS JISHalX Bpauei.

Bo BTOpOM KJIMHHYECKOM CiIy4ae IUAarHO3 <«IICEBIOTHIIOANBIOCTCPOHU3M | THMa» HM3HAYAIBHO ObLI
BBICTaBJICH IIOJT BOIIPOCOM, a MOATBEepxKAeH mocTdakTym (exitus letalis) [4]. HoBopoxkaeHHBIH B Bo3pacTe
7-MH CYTOK TIOCTYTIMJI B PEAHUMAIIMIO B KpaifHe TSKEJIOM COCTOSHUH C SBJICHUSMH II0Ka, JIAKTAaTaIl|/1033,
C PECIUPATOPHBIMKM M TeMOJUHAMHYCCKUMHU HApyIICHUSIMH, TUIOTpoduei (nehurur Maccel Teaa — 17%)

bein BbIcTaBNEH mnpeABapUTENbHBIN auarHo3: «llo3gHuit HeoHatanmpHBIN cemncuc. OcloXXHEHUE:
CEeNTHYECKUN MIOK». B OMOXMMUYECKOM aHallM3e KPOBH, KaK W B HaIlleM Ciydae, Hapsay C JAPYTUMHU
W3MCHEHUSMHM  3HAa4YCHHW  OMOXMMHYECKMX  T[OKaszarened [4] oTMedanmach  THIEpPKaIHEMUS,
TUTNIOHATpueMusi. B ropMoHanpHOM cTaTyce — YyBeJIMUYEHHE YpOBHS aibiocTepoHa. Hecmorps Ha
MIPOBOAMMYIO Tepamnuio, peOeHOK yMmMupaeT Ha 16-e¢ cyTkd *u3HU. [locMEepTHO MONTydeHBl pe3yNIbTaThl
MEINKO-TeHETUYECKON DKCIEPTH3bI, MOTBEP)KIAIOMINE IMAarHO3 IICEBJOTHIOATIBIOCTEPOHM3M | Tuma
(OMIM 264350), ayrocomHo-petieccuBHOl (popmbr [4]. CorlacHO AaHHBIM JHTEPATYpPbl, ayTOCOMHO-
perieccuBHast (opMa COIMPOBOXKIACTCS THKEIOH MOJIMOPraHHOW HEAOCTaTOYHOCThIO [2, 6, 7], uTO
OOBSACHSICT, TIOYEMY B JIaHHOM KJIIMHUYECKOM CITydae, HECMOTPS Ha aJleKBaTHYIO TEPAIUIO, CIYYHIICS
JETaNbHBIA UCXOJ.

3aknroyeHue

Takum 00pa3oM, y HOBOPOXKIEHHBIX JETeH IpH BBIIBICHUM CTOWKON TUIEpKaTueMuH Ha (OHE
MPOTPECCUPYIONICH THIIOTPOPUH CIEIyeT HCKIIOYATh TCEBIAOTHIIOAIBISCTEPOHU3M. [IpencTaBieHHbIN
HaMM KJIMHUYECKHUM Clydail JEMOHCTPUPYET TPYAHOCTH AUATHOCTUKU PEIKON MeHETUUECKOHN MaToJOTHH,
OOIIMPHBIA W UITUTCIBHBIN MTHAarHOCTHYECKUHA TIOWCK, TMPOBEACHHBIA TIEpell IOCTAaHOBKOW TOYHOTO
nrarHosa. J[aHHBIM KIMHWYECKWH Clydaid IO3BOJIMT KIMHHIMCTAM PACIIMPUTH B3TJIAN Ha MpooOiIeMy
TUTNEPKATUEMHIH, OCOOCHHOCTH KIMHHYSCKUX TPOSIBIICHUI PEIKUX TyOyJIOMaTHi, 9TO TIO3BOJIUT BOBPEMS
JIMarHOCTHPOBATh UX U MPABUIBHO BBIPAOOTATh TAKTUKY HAOIIOICHUS U JICUCHUS.
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