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KATAMHECTUYECKOE HABJIIOAEHWE AETEVN C CUHOPOMOM
BARTTER W GITELMAN
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FOLLOW UP MONITORING OF CHILDREN WITH BARTTER AND
GITELMAN SYNDROME

'Kadenpa dakynsretckoit neamnatpmm CaHkT-MeTepbyprckoro rocyaapCcTBEHHOro NeanaTpru4eckoro MeauumMHCKOro yHueepcuTeta, Poccus

PEDEPAT

B cTatbe npeactaBneHo katamHecTuydeckne HabnogeHus aeten ¢ Bartter cuigpom n Gitelman cungpom — TyGynonatmsamm ¢
ayTOCOMHO-PELLECCUBHBIM TUMOM HaCeA0BaHUS, MPOSIBASIOLLMMANCS rMnoKannemmneil, MeTabonmyeckm ankanos3om, cyaopora-
MU, 3a4€P>KKOM POCTa, runomMarHnemmneit npu Gitelman cuHgpome. OnmcaHbl 0OCOGEHHOCTU TEHEHNS NEPBUYHOMO Y BTOPUYHOTO
Bartter cungpoma, Takxke Gitelman cuHgpoma.

KnioueBblie cnosa: Bartter cungpom, Gitelman cuHgpowm, Tydynonatus, OeTtun, katamHes.

ABSTRACT

The article presents a follow-up monitoring of children with Bartter syndrome and Gitelman syndrome - tubulopathies with autosomal
— recessive fashion which manifest by hypokalemia, metabolic alkalosis, convultions, growth restriction, hypomagnesemia in
Gitelman syndrome. The features of the course of primary and secondary Bartter syndrome, as well Gitelman syndrome, are

descibed.

Key words: Bartter syndrome, Gitelman syndrome, tubulopathy, children, follow up.

BBEAEHUE

Bartter cunapom — TyOynonaTus ¢ ayTOCOMHO-
pelleCCUBHBIM THUIIOM HacCJEJOBaHUS, XapaKTepHu-
3ylomiasics HapylieHueMm cucrem TpaHcnopra K, Na,
Cl B ToncTOM BOCXOJsIIEM KoyieHe meTnu [enie,
MIPOSIBIISIIOIIASICS] TUITOKAIMEMHEH, METa0OIMUeCKUM
ankamo3oMm [1-4]. Bartter cunapoM Ha3BaH B 4eCTh
Frederic Bartter, koTopslii mepBbIM onmcain ero B 1960
rogy. PacmpocTpaHeHHOCTh CHHIIpOMa COCTaBISIeT 1
Ha 1 000 000 macenenus [1-4]. Beigensitor Bartter
CHUHJIPOM BPOXK/JEHHBINH, IEPBUYHBIN, TEHETUUECKU
0OYCIIOBJICHHBII M BTOPUYHBIN, B CTPYKTYpPE IPYyTUX
3a00JeBaHMil TIOYeK. Y JeTel dYalle MCHOJb3YIoT
KJaccudukaiuo, npeiokeHnyo Y.Sardani, K.Qin,
M.Haas u coast. [5]. Bropuunsiii cunnpom Bartter
OTHMCaH MpHU IUCTUHO3e, cuHapoMe Kearns-Sayre,
Menke’s Kynky hair cuanpome, cemeliHol aucruia-
3um nouek, [gA-nedponaruu [1, 5—7]. CymecTByror
mects noxrumnos (I, I, IIL, IV, IVB u V) ayrocomno-
peueccuBHoro Bartter cuHapOMa, COOTBETCTBYOIIMX
mectu reHerudeckum jaedexram: NKCC2; ROMK;
CLC-Kb; CLC-Ka; CASR; NCCT [6, 8].
Jlesnmamun JK.I'. 194100, Cankr-IletepOypr, yi. JIutosckas, 1. 2. Ka-
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Gitelman cuaznpom — TyOys1omaTns, XapakTepu3yo-
11asicst MeTabOMMYECKUM aJIKallo30M, TUITIOKaIMEMHEH,
TMIIOMarHieMHeH, CyloporaMu BEpXHUX U HHUKHUX
KOHEYHOCTEH, MOJIMYPUEH 1 HUKTYpPHEH, THITOKAIBIINY-
pueii, HOpMaTbHON KOHIIEHTPALMOHHOM CIIOCOOHOCTHIO
MOYH, 33JIep>KKON POCTa, BIIEPBHIE MPOSBIIAETCS Y Je-
Tel mKoJabHOro Bo3pacta [1-3]. PacnpocTpaneHHOCTH
cunnpoma Gitelman 1 wa 40 000-50 000 [1-3, 7, 8].

H.W. Seyberth (2008) cucremaru3upoBat KITMHAKO-
TeHETUYECKUE BapHaHThl TyOylonaTuu ¢ BEAyLIHMM
CUHIPOMOM THnokaauemuu (tadm. 1) [3].

Jnarnoctuka cuHapoMa Bartter ocHoBaHa Ha
TUIUYHBIX MPOSABIEHUAX B HEOHATAJIbHOM BO3pacTe:
THIOKaJIMEMHs1, MeTaOOINYECKHH aJlkajio3, THIIOXJIope-
MUSI, THIIOKAJIBLIMEMHS, THIIOHATPUEMUS, YBEIIMUCHUE
PEHMHA, aJbI0CTEPOHA, MpocTamianata E, B Kposu,
THNOCTEeHYpus, mosbiteHue skckpermu Ca, K, Na, Cl ¢
Mo40it, Hepokanbiao3a rpu L, [ tumax [1, 6, 10-13].

Jleuenne nauenToB ¢ Bartter cuHIpoMOM IPOBO-
murcs HIIBII (naruburopamu cuHTe3a mpocTariaH-
JMHOB) U KaluiicOeperaroniM1i MOUYETOHHBIMH (CTIH-
POHOJIAKTOH WJIM aMUIIOpH ). JleueHue, HarpaBiIeHHOE
Ha MUHUMM3ALHIO TOCIECTBUM YBEITHUEHHSI IPOCTA-
[JIaHUHOB, PEHUHA, aJIbJJOCTEPOHA, YCTPAHEHHE Je-
¢unmta oobema OLIK 1 351eKTpOTUTHBIX HAPYLICHUH,



ISSN 1561-6274. Hedponorusa. 2013. Tom 17. Ne3.

Tabnuua 1

HacnepcTeeHHble TyGynonaTtum ¢ runokanuemmei
(Seyberth H.W., 2008)

KnuHn4eckoe HazBaHue/ Clinical
presentation

DyHKUMOHaNbHbIE HapYLLEeHNs/
functional studies

AHTeHaTanbHbIN BapTTep cMHapom
(rmnepnpocTtarnaHvH — E-cuHapom)
Antenatal Bartter syndrome
(Hyperprostaglandin — E-syndrome)

KoHueHTpauroHHas cnocob-
HOCTb, OCMONA/IbHOCTb CHWN-
XKEHbI

AHTeHaTanbHbI BapTTep cuHApoOM
Bartter Syndrome antenatal

KoHueHTpaumoHHas cnocob-
HOCTb, OCMOJIANIbHOCTb CHU-
KEHbI

Knaccuyeckuii bapTtTep cuHaopom
Classic Bartter syndrome

KoHueHTpauroHHas cnocob-
HOCTb, OCMONA/NIbHOCTb CHWU-
XKEHbI

AHTeHaTanbHbI BapTTep cMHapom
(runepnpocTarnaHamH — E-cnHapom)
C HEMPOCEHCOPHOW FNyXOTON
Antenatal Bartter syndrome
(Hyperprostaglandin E syndrome)
and sensorineural deafness

KoHueHTpaumoHHas cnocob-
HOCTb, OCMOJIINIbHOCTb CHU-
KEHbI

BapTTep cuHapom (rmnepnpocTariaH-
OVH — E-cnHapoMm) € HEMPOCEHCOPHOM
rnyxoTtoi Antenatal Bartter syndrome
(Hyperprostaglandin E syndrome) and
sensorineural deafness

KoHueHTpaumoHHas cnocob-
HOCTb, OCMONANIbHOCTb CHWN-
XKEHbl

BapTTep cuHapom c runokanbume-
Muen
Bartter syndrome with hypocalcemia

KoHueHTpaumoHHas cnocob-
HOCTb, OCMOJIINIbHOCTb CHU-
KEHbI

3abonesaHve/ [eH BnvaHus/ Mpoaykt
Disorder Gene affected |reHa/
Gene product
BaptTtep cungpom tun | | SLC12A1 NKCC2
Bartter syndrome
type |
BapTtrep cuHgpom tun Il | KCNJ1 ROMK
Bartter syndrome type Il
Baptrep cunapom Tun il | CLCKB CLC-Kb
Bartter syndrome type llI
BapTTep cuHopom Tmn IV | BSND CLC-Kau CLC-
Bartter syndrome type IV Kb Barttin
(B-subunit of
CLC-Ka and
CLC-Kb)
Cungpom bapttep Tun | CLCNKA CLC-Ka CLC-
VB CLCNKB Kb
Bartter syndrome type
VB
Cunpgpom Baptrep Tun V | CASR reH CaSR
Bartter syndrome type V
Cunppom mtenbmat | SLC12A3 NCCT
Gitelman syndrome

[MTenbMaH CMHOPOM
Gitelman syndrome

KoHueHTpauroHHas cnocob-
HOCTb B HOpMeE unu cnerka cHu-

XXeHa, OCMOJIANIbHOCTb CHMXXEHa

MIPOBOJIAT OONBHBIM B TeUeHHE Beel ku3HH [ 1, 14].

Huarnoctuka cuanpoma Gitelman ocHoBaHa Ha
MPOSIBIICHUSX Yallle B IKOJIBHOM BO3PACTe TUIIOMAr-
HEMUYECKHUX CYJIOpPOT, THTIOMar HeMHUH, TUTTIOKAJTHEMHH,
MeTabOIMYECKOTO alTKan03a, NPy TUMOKATBIUYPHU 1
0TCyTCTBUHY HedpokanpimHo3a [1, 4, 7, 8, 12].

Jleuenne maneHTOB ¢ cuHApoMoM Gitelman y yme-
TeHl 3aKITIOYAeTCs] B HA3HAYCHUH MPENapaToB MarHus
Y KaJTUs, YTO YMEHbIIAET 3JICKTPOIUTHBIC HAPYIICHUS,
MPEZOTBPAINACT PA3BUTHE CYTOPOT.

NMAUUEHTbBI U METOAbI

N3yuen katamues 5 nereil, 4 u3 Hux c Bartter
cuHapoMoM (1 MampuuK U 3 IEBOYKH) B BO3pPACTE OT
6 mec 10 10 net 8 Mec u 1 mauueHt B Bo3pacte 10 et
¢ Gitelman cuampoMom. Mcmons30BaHbl KaTaMHe-
CTHYECKHIA, KIIMHUKO-T1a00paTOPHBII, MOJIEKYIIPHO-
reHeTH4YeCKHe MEeTOIbl ucciaenosanus. [enernye-
CKO€ HCCIeJOBaHUE NMPOBENEHO B jJaboparopuu
HacJIeICTBEHHBIX Oosie3Hell oOmena Bemects OI'BY
«Menuko-reHeTHUeCKUI Hay4HbIN LIeHTp» PAMH.

PE3YJIbTATbI
W3 5 nabnromaemMpIX IAIIMEHTOB y 4 TUarHOCTHPO-
BaH Bartter cuapoM (y 2 BTOPUYHBIH, Y 2 TEPBUYHBIH )

ny 1 — Gitelman cuaapom. OCHOBHBIE TIPOSBIICHUS
Bartter cungpoMa ¢ HeoHaTaIbHOTO BO3pacTa: pBOTa,
Japest, oMy pus, OMUANIICHS, IPU3HAKN 00€3BOXKHU-
BaHMS, C TPYJHOIO BO3PAcTa THIOKAIbLIUEMUYECKUE
CYIOPOT'H, TMIIOKAJIMEMUYECKUE Mape3bl. XapakTep-
Hble OMOXMMHUYECKUE U3MEHEHHSI, TAKHE KaK TUIO0Ka-
JIMEMHUS1, TUTIOXJIOPEMHUS, TUTIOHATPUEMHUS, MeTa0ou-
YECKHUH aJKajo3 pa3IuuHON CTENEHHM KOMIIEHCAlUH,
OTMEYAINCh Yy AETeH ¢ paHHero Bo3pacta. [Ilpuunnoit
CYIOpOT y nanueHTa ¢ cuagpomoM Gitelman signsuiach
TUIIOMarHeMus. Y BceX JeTel BBIIBICHA 3aJepiKKa
pocra.

[TpuBOAMM KIMHUYECKHE HAOMIOACHUS TALIUEHTOB
¢ curpomamu Bartter u Gitelman.

Knunuuecxuii ciyyan 1. Nanment (31.05.2007 .p.),
5 ner 11 mec.

Mautpuuk poauiics ot 1 OepeMeHHOCTH, TPOTEKaB-
niei Ha ()OoHe recrTo3a, MHOTOBOIMS, €IMHCTBEHHOM
apTepuu NynoBHHBI. Ponbl co cTuMmymnsuueid Ha
cpoke 30 Hen, macca 1590 r, poct 41 cMm, ¢ nepBo-
ro AHS B OTHAEJEHHUM PEaHMMalUU MOJKIIYEH K
WBJI. Beinucan uepe3 2,5 Mec ¢ IMar{Ho3oM: He-
JOHOLIEHHOCTh, BPOXKJICHHAs HENEPEHOCUMOCTD
Oenka KOPOBBETO MOJIOKA, aTONMMYECKUH J€PMaTHT,
PaBOCTOPOHHSISI HAXOBO-MOLIOHOYHAS I'PhIKa, aHe-
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Tabnuua 2

KnunHuko-nabopartopHbie xapakTepucTUku aeteii ¢ cuigpomom Bartter n Gitelman

XapakTepucTumkn MaumeHT 1 MauneHT 2 MaunenTt 3 MaymeHT 4 MaumeHT 5
Jarta poxpenus 31.05.2007 24.06.2011 04.03.1985 16.08.2001 18.09.2002
Mon Myx JKeH KeH KeH Myx
Muorosoaune MpucyTtcTByeT MpucyTcTeyeT MpucyTtcTByeT He oTmeueHo He oTmeueHo
[ecTaumMOHHbIN BO3pacTk | 36 Hep, 36 Hep, 30 Hep, 40 Hep, 40 Hep,

POXAEHUNIO

HavanbHble NnposABEeHNs

B HeoHaTanbHOM

B HeoHaTanbHOM

B HeoHaTanbHOM

pyoHOM peTckuii

B Bo3pacTe10 net

nepvoge nepuage nepvoge nocnel roga

Monuypusa + + + +/- -

Monuaguncusa + + + - -

MpossneHus PBoTa, xunpkunin | Cynoporu JNnxopapka, poTa, | PBOoTa 06e3BoxMBa- | Cynoporu, cnabocTb,
CTyn, BANOCTb, ob6e3BoxuBaHue, | HUe, gpuapes, rONOBOKPYXEeHWe, PBO-
rmnoTpodus cygoporu runoTpodus Ta

3agepxka pocta u pas- | MpucytcTeyeT MpucyTcTeyeT MpucyTtcTByeT He BbipaxeHa MpucyTtcTByeT

BUTUSA

Kanbuunypusi/ BbisiBfieHbl BbisiBneHbl BbisiBrieHbl OTcyTcTBYET OTcyTcTBYET

HedpoKanbLUNHO3

OKIr Hapywenune npo- | CuHycoBas aput- | S-T Huxe nsonn- | Aputmus, Hapywe- | CuHycoBas aputmus,

LeccoB penons-

MU

HUN

Hune npoueccos pe-

NPU3HaKM runokanne-

pusaumm nonspu3aumn MU
Kanwin kpoBu, Mmonb/n | 1,6 2,8 1,80-3,4 2,1-3,7 2,3
Kanbuuii kpou, Mmonb/n | 2,3 2,4 1,89 - 2,32 2,2 2,2
Hatpwuin kposu, mmons/n | 141 137 127 -137 116,4 139
Xnop KpoBu, MMONb/N 99 95 96 83,7 93
MarHnwii kposu, Mmone/n | Hopma 0, 92 Hopma Hopma Hopma 0,53 cHuxeH
docdartbl kposu, MMonb/1 | 1,1 1,40 1,3 1,2 1,44
PeHnH kposw, 8,43 22,46 8,10 8,5 23,38
n=8,30-10,97 nr/mn
AnbOOCTEPOH KPOBY, 79,3 565,7 1110,7 210,5 340,6
n=40-310 pg/ml
KOC: pH kpoBu 7,450 7,503-7,604 7,630 7,510 7,46
PCO, mm. pT.CT 37,8 7,502 39,8 37,3-35,4 41,3
BE+/-mmonb/n +3,1 +7,4;+21,0 +7,4; +18,7 +10,3; +2,4 5,3
HCO,-mmonb/n 26,5 30,4; 43,0 30,4 27,0 28,6
KpeaTnHuH kpoBw, 0,06 0,065 0,059 0,08 0,058
MMOJb/N
MouyeBunHa KpoBu, 7,01 10,1 7,7 7,9 4,93
MMOJb/N
CK® (ckopocTb knybou- | 75,4 63,4 63 98,3 113

KOBOM dunbTpaunm) no
Schwarz, mn/MuH

MUl HEJIOHOIIICHHBIX. PEOCHOK B TpyIHOM BO3pacTte
repeHec CTapUIOKOKKOBBIM SHTEPUT, TUCOAKTEPHO3
kuinedHuka. OTMeuaanuch 4acTbie PBOTHI, 00e-
3BOKMBAaHUE, KUIICYHBIE KOJMUKH, 3amopbli, OPBU.
B 1 rog 5 mec mpu Y3U y pebenka ompeaeauin
c-M «OenbIx mupaMuaok». B Bo3pacre 1 rog 9 mec
obcnenoBacs B kiaunuke CIIOI'TIMY. ¥V naruenta
IUATHOCTUPOBAHBI: 3aJIEPKKa MCUXOMOTOPHOTO
pPa3BUTHS; TUCKOOPAUHAIUS MIPU XOAh0€; CHHAPOM
BHYTPUUYEPEITHON TUNIEPTEH3NUH; TIJI0CKO-BATBI'yCHASI
YCTaHOBKA CTOI; HapylieHue ocanku. [lokazarenu
apTepUATBLHOIO JAaBJICHUS B Ipeaeax BO3PaCTHOM
HOPMBI. B 6I/IOXI/IMI/I‘-IGCKOM aHaJIn3€ KPOBHU BbISBJIIC-
HbI THIIOHATPpUEMUS, TUITIOKAJINEMUS, TUIIOXJIOPEMUS,
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runiopocdareMust, THTOKATBITUEMHUS, JEKOMIICHCH-
POBaHHBIN META0OTMYECKUAN alTKano3. DKCKPEIus ¢
Mouoit kamus 36,75 mmonb/cyT (N 25-125), Harpus
63,70 mmone/cyT (N 40-220), xiopa 72,28 MMos/
cyT (N 110-250). CyTouHast 3KCKpenus ¢ MOYOn
kanpnus mossimeHa (8 mr/kr). [Ipu Y3U BeisiBneH
JIByCTOPOHHUI HE(DPOKATBIIUHO3.

Peakmms moun BapnabenpHa: KUCTAs, MEIOYHAs U
HEUTpalibHas, OTHOCUTENIbHAA IIIOTHOCTH 1003—-1017,
OTCYTCTBYIOT ITPOTEHHY PHS, TITFOKO3YPHSI.

YCTaHOBIIEH KIIMHUYECKUI JUArHO3: ayTOCOMHO-
peueccuBHbId Bartter cunapom, aHnTeHaTaidbHbIH, |
THUTIA C THITOKATHEMAYECKUM METa0OTMIECKIM ajIKa-
JI030M, THTIEPKATBIUAYpUEH U HePPOKATHIITHOZOM.
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Xponuueckas 6onezns nouek Il cr. ['mnepummyno-
roOynuaemus IgE. CencuOunusanusi K NMULIEBBIM,
OBITOBBIM, MBUIBLEBBIM aJulepreHaM. ATONMUYECKHMA
nepMatuT. Pe3nayanbHo-opraHu4eckoe MopaxeHue
IHC. 3anepxka ncuxoMoTopHOro pa3Butus. CHH-
IpoM aedunuTa BHUMaHUsL. DHYpe3.

['enernueckoe TecTupoBaHue y peOCHKa 4acTHY-
Horo ananu3a rena SLC12A1/d 26, meTomom npsiMoro
CEKBECTHUPOBaHU B 2—26 HK30HAX BBISIBUIIO 3aMEHY C.
3287 C>T (p. Thr10961le) B reTepo3uroTHOM COCTOS-
Huu. JlanHas 3aMeHa He onucaHa B 0a3e JaHHBIX I10
MYTalUsIM U OJHOHYKJICOTHUIHBIM TOJUMOPQHU3MaM.
OOHapy>keHa ONMCAaHHAs paHee B IUTEPaType My TaLHs
c.1942G A p. Asp648Asn (CM961282). Uccnenosa-
nue obOpaszuoB IHK poauteneit npodanna mokaszaio
Hajnuue 3amensl ¢. 3287 C > T (p. Thr1096lle) B re-
TEPO3UTOTHOM COCTOSIHUHM Y OTIa Tpobana. JaHHble
FEeHETUYECKOr0 TECTUPOBAHNUS TOATBEPANIIH IUATHO3!
aHTeHaTalbHblN Bartter cunapom I tuna ¢ ayrocomHo-
peLeCCUBHBIM HacIEI0BaHUEM.

C MOMeHTa yCTaHOBIICHUS TMarH03a pPeOSHOK MOoy-

Puc. 2. Pesynbrathl Y3U: HedpokanbuMHO3 (KIMHUYECKNI
cnyyan 1).

ﬁ & cHHAPOM BApTEpa 1 THNA, B BHaMHese!

cHIDREED Afl, TOWHOTA, PBOTA, CYAOPTH,

O MIMOMMA, FacTPHT

Puc. 1. ®parmeHT pogoc-
JIOBHOW cembn M.

YaeT aJeKBaTHYIO Tepanuio HHAOMETALMHOM B 103¢ 3
MI/KI/CYT, IpenaparamMy Kaus (IaHaHTHH, aclapKaMm).
B pesynbrare sieueHus oTMeUeHa MOJI0KHUTENbHAS A1~
HaMMKa, METa0ONNYEeCKU alKalo3 1 IEKTPOJINTHBIC
HapyLICHUH KPOBU CKOPPUTUPOBAHBI. YCTAaHOBJICHA
3aepKKa (PU3NUECKOrO Pa3BUTHUS: POCT B 3 roga
cocraBisil 96 cM (3 mpoueHTHieH A7 Bo3pacta 2,5
roza), Mmacca tena B 3 roga 15,4 xr (<5 npoueHTuIek).
B pesynbsrare npoBoIMMON Tepariuy poCT B BO3PACTe
5 net 9 mec cocrtaBnser 114 cm, macca Tena 21 kr, yTo
COOTBETCTBYET HWKHEH IPaHUIIC HOPMBI.

Knunuuecxuii cnyuani 2. Tlanmentka (24.06.2011
rp.) 1 rox 9 mec.

JeBouka ot | GepeMeHHOCTH, NMPOTEKABIICH C
yrpo30ii nmpepsiBanus B | TpumecTpe (YacTuuHas ot-
CJIOMKa TUIANEeHTHhI), MHOTOBO/IME. Ponbl Ha 36-it He-
nene, obicTpole, Macca 2490 1, poct 46 cM, 3aKpuyana
cpasy. Kedanoremaroma mnpaBoii TeMEHHOW 00JIaCTH.
CocrosHue TsKEN0e, 00yCIOBICHHOE TUNepOnin-
pyounemueii, y matrepu Rh-daxrop (—), y pebenka
Rh (+). InarnocTrpoBaHna reMoMTHIeCKast 0OJIC3Hb
HOBOPOXIEHHBIX 110 Rh-(akropy. OTKpbITOE OBasIbHOE
okHO. B Bo3pacte 1 Mec npu npoBeZieHUN HPPUTOCKO-
MUY BBISBIIEHA JJOJIMXOCHUTMA.

MaccaTenaB 11 mec 62201, poct 67 cm, A1 90-95
/65 MM pT. cT. OTCTaeT B ICUXOMOTOPHOM Pa3BUTHH,
CaMOCTOSITEIbHO HE CHJIUT, MBIIIEYHAS] TUIIOTOHUS.
Benymme cuMnToMbl: THITOKAINEMUS], THIOKAJIbIIUE-
MUs, METa0ONMYEeCKUN ankano3, runodocdaremus,
TUIIEPPEHUHEMUS], TUIIEPaIbI0CTepOHEMHsI, Hedpo-
KaJbIIMHO3 AaJIM OCHOBAHUE AMArHOCTHPOBATh Bartter
cUHApoM, aHTeHaTaybHbIi TUM (I nnn 11?), ayrocomuo-
PELIeCCUBHBIN € THIIOKAIMEMUYECKUM MeTabonuye-
CKHM aJIKano3oM, ¢ HedpoxanbuuHo3oM. Paxur II,
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IIOI0CTPOE TEUEHUE. BTOPUYHBIN runepaibIocTepo-
uusM. [lepunaransnoe nopaxenue LIHC cmerannoro
reHesa. B pesynprare gedeHus (MHAOMETALMH B 103€
2 MT/KT/CyT, Ipenaparsl KaJius) CKOpPUTHPOBaHBI Me-
TabOIMYECKUI aJIKajio3 U THIOKATHEMUSI.

Knunuueckuti cnyyau 3. Tlarmmentka (04.03.1985
L.p.).

HeBouka ot Il 6epemMeHHOCTH, POJIBI B CPOK, Macca
3700, poct 53 cMm. C 2,5 Mec oTMEHaJIUCh JTUXOPa-
Ka, PBOTa, MPU3HAKU 00E3BOKUBAHUS, CYI0POTH, TIO
MTOBOJY Y€ro Ha3HAYaJlIHCh JIIOMHUHAJ, MPEIHU30IO0H,
nH(py3noHHas Tepanus. [Ipu rocnuranuzanuy B Kiu-
HUKY B Bo3pacte 2 roja 8 Mec TUarHoCTHPOBAHBI TsI-
JKeJTbIe AIEKTPOINTHBIE HAPYIICHHS: TUTIOHATPUEMHUS,
TUTIOKAJIUEMHUs, TUIIOXJIOPEMUS, TUIIOKAIbITUEMUS,
JIEKOMITCHCUPOBAHHBIH MeTa0O0JIMYeCKHI anKaios,
He(ppOKaIbIINHO3, MOBBIIIIEHHE YPOBHS PEHHUHA U
aJbJIOCTEPOHA B KPOBH, HOPMAJIbHOE apTepuatbHOE
JlaBJIcHUE. YCTaHOBJEH AuarHo3: Bartter cunnpom
ayTOCOMHO-PEIIECCUBHbBIN, aHTEHATAIbHBIN BAPUAHT, C
THINEpKaIbIUHypHel, He(ppoKaIbIMHO30M, TUIIEPIIPO-
craranuHemuei E. Oco0eHHOCTBIO ciTydast SIBISIIOCH
TSKENI0e TeUeHue cuHapoma Bartter y mauueHTkud B
CBSI3M € OTCYTCTBUM ajiekBaTHOU Tepanuu HIIBII, HO
Ha3HauYe€HHUEM KOPTHUKOCTEPOUI0B B paHHEM BO3pacTe
(mexcameTa3oHa, mpeaHU30I0HA). B Bo3pacte 3 roga
10 Mec neBOYKe B CBSA3M C IMOIO3PEHUEM Ha OITyXOJb
yZaJieH JIeBbIi HaATIOUueYHUK. BBISBICHBI TUITOTIIA3US
JIEBOTO HAATOYEYHHKA C OYyaraMu aJeHOMAaTO3HOU
TUINEPIUIa3uu 3a IMpeaesiaMH KallCcyiabsl U CKIIepo3a.
[IpoBenena Ouoncusi Mok, B HePpoOUonrarax
0oOHapyKeHBI y9acTKu ckieposa B FOT'A, yronmienune
0a3anpbHBIX MEeMOpaH KIIyOO4KOB, He(hPOKATBIIMHO3,
TyOyJIOMHTEpCTUIIANIbHBIE I3MeHeHus. TyOynonaTus,
acCOIMMPOBaHHAA C TUTIEPIIa3uel IPaBoro HaArovYey-
HHKA, ITPOTEKajJa ¢ XPOHUYECKON HaJIO4YEYHUKOBOMI
HEJ0CTAaTOYHOCTHIO M HA/IMTOYEYHUKOBBIMH KPHU3aMH,
HapymeHneM (pyHKIuH moudek. Tspkenoe TedeHue
C MPOSIBJICHUSIMU XPOHUYECKON HAJIOYEYHUKOBOU
HEJO0CTAaTOYHOCTH U KPHU30B, OYEYHON HEJOCTATOU-
HOCTH, 3JIE€TPOIIUTHBIX, META00INYECKHIX, COCYTUCTBIX
Y TeMOKOAryJISIIIMOHHBIX HApYIICHHUH, HHPEKITMOHHBIX
OCJIO)KHEHUI 00YyCIIOBUJIM JIETAJIbHBIN MCXOJ B BO3-
pacte 8 ner. Ilpu ayTtoncum oOHApyKeHBI YYaCTKU
CKJIepO3a M THAJIMHO3a KJIIYOOYKOB, yTONIICHHE Oa-
3aJIbHBIX MEMOpaH KITyOOYKOB, TMIIEPIIa3us KIETOK
FOKCTarJIOMEpYJISIPHOTO arnapara, HeKpo3 KaHaJIbIIEB,
TyOynsipHas arpodusi, pudpo3 uHTEpCTHINS, HEDPO-
KaJIBIIUHO3.

Knunuueckuti cnyyai 4. Ianmentka (16.08.2001
r.p.), 11 ner.
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YV neBouKu IepBbIe NPOSBICHUS CHHIpoMa Bartter
OTMEYEeHBI B TpyIHOM Bo3pacTe. [Ipu ageHoBupycHon
nHpexnun y pedeHka oTMevanach pBOTa, JUArHo-
CTUPOBAHbI TUMOKAJIUEMUS, TUIIOXJIOPEMUS, TUIIO-
HaTpUEMUs, METa0OIMUECKUIl anKaio3 ¢ H30BITKOM
OukapOoHaToB B KpoBH. [1oBBIIIIEHHS apTepHATEHOTO
JaBIICHHUS U He(POKAIBIIHO32 HE BBISBICHO. B BO3-
pacre 1 rox 1 mec CK® o gopmyne Schwarz 91,8
MJI/MHH, KpeaTUHUH ChIBOPOTKU 0,054 MMOmB/iI.
Huarnos cungpom Bartter, knaccuueckuid, III Tun
0e3 HedpoKaIbIIMHO3a, YCTAHOBJICHHBIN B IT. 1Mec.
Kazasca yoenuTenbHbIM. CBOEBPEMEHHO Ha3HAYEH-
Has Tepanus WHJOMETAIMHOM, IperaparaMu Kaius
nana 3¢(GeKT, TUIMOKAINeMUYECKUI ajKaa03 CKOM-
MEHCUPOBAH B pe3yJibTare JieueHus. B nanpHeliiem y
MAIMEHTKH OTMEYAJUCh NMEePHUOANYECKHE TOIIHOTA U
pBOTa, MOBBITIICHHAS TTOTIUBOCTH, Taxukapaus (HCC
100 yn/mMuH), TIOBBILIICHUE apTEPUAILHOTO JABICHHUS
170/110 MM pT. CT., B TOM YHCIIe HA PE3KUH 3amax
w ucnyr. [lpu sMonmoHanbHOM BO30YXIEHUHU 3a-
¢ukcupoBanHo moBbiieHue Al o 245/170 mm pr.
ct, UHCC 120 yn/mun. Ilepuonuuecku BO3HHUKAIN
TOJIOBOKPYKEHHS, TOXOJI0AaHNEe KOHEUHOCTEH, 03HO0,
BbIpa)keHHas1 OJieTHOCTh. Y JieBouku B Bo3pacte 10 et
6 Mec oOHapyKEHO HOBOOOPA30BaHUE MPABOM MOYKH
4x4x6 cm o nanueiM Y3U. Ha MCKT ¢ xoHTpacTu-
pOBaHHEM BH3YaJHM3UPOBaHO 00BEMHOE 00pa30BaHUE
3a0pIOMMHHOTO TPOCTpaHcTBa crpasa. B 10 jet 8
Mmec kpeaturuH 0,08 Mmoib/1. B cyrouHoi Moue ypo-
BeHb HOopajpeHannHa 1 BMK (BaHuiIMHMHUHIAIbHAS
KHCJI0Ta) 3HAYUTEIBHO MOBBIIEH. J[HarHocTrpoBaHa
deoxpomorutroma. HoBooOpazoBanue npaBUIbLHON
dbopmbl, pazMepamu 7x4X5 ¢M, pacrojararomieecs B
o0111eii ¢ TOYKOi )KHPOBOii Karcyie, ynaieno B 10 et
8 mec. I1o pesynmbraramMu MOpPQOIOTHIECKOTO UCCTIe-
JIOBaHHSI yCTAaHOBJIEHA (DEOXPOMOIIUTOMA C BBICOKOM
MHUTOTHYECKOW aKTHUBHOCTBIO, TPOITH(PEpPATHBHBIHI
unnekc 10—15%. [Tocme onepammu COXpaHsICs CIBUT
KOC B cTopony ankaino3sa.

Krunuueckuti cnyuan 5. amuent (18.09.2002),
10 net 6 mec.

MaJtb4¥K TOCTY NI B KITIMHUKY HE(PPOIOTHH C Ka-
nmobaMu Ha PBOTY, cl1ab0CTh, cygoporu. M3 anamuesa
3a00s1eBaHMs YCTAHOBIIEHO, UTO C 9 JIET, Iociie TPaBMbI
TOJIOBBI, OTMEYAJINCH CJIa00CTh, TOJIOBOKPYKCHHE,
MPeI0OMOPOYHBIE COCTOSIHUSI, CYJOPOTH, 60N B 00-
nacty cep/a. [1oBbIeHUs apTepHanbHOTO TaBICHHS
y MaJIBYMKa He 3aperucTpupoBano. [1pu o0cnenoBaHum
y pe6eHKa BBISABJICHBI THIIOKAJIMCMUS, TUIIOXJIOPEMMUA,
TUITOHATpUEMHS, 3HaUuTe bHas ruroMaruuemus (0,53
MMOJIB/JT), MeTaboMn4Yeckuil ankano3. [lo naHHBIM
VY31 nedpoxanbnHo3 oTcyTcTBYeT. KoMmbroTepHas
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TOMOTpadus rOJIOBHOTO MO3Ta HE IoKa3aja MaroJio-
TMYECKUX M3MEHEHUH. [ mmomMarauemMusi, TUIoKajme-
MU, METa0OJIMYECKUI aJTKaJI03, THITOMAarHEMHUYEeCKHeE
CYJIOPOTH, OTCYTCTBHE HE(PPOKAIBIINHO3a, THITOKAIIb-
nuypus, MaHuecTanus KIMHUYSCKUX TPOSBICHUN
B IIIKOJILHOM BO3pacTe, HOpMalbHOE, apTepHaIbHOC
JaBJICHUE JaJId OCHOBAHUE TUATHOCTUPOBATD Y Mallb-
guka Gitelman cuaapom.

OBCY>XXAEHUE

B nmannoif pabore mpeacTaBIeHBl KIUHUYECKHE
HaOJIIOAEHUS 5 MAIlHEHTOB C cuHJipomamu Bartter u
Gitelman.

MBI UCTIOJIB30BANN CUCTEMAaTUKy TMEPBUYHBIX
U BTOPUYHBIX BapuaHTOB Bartter cunnpoma, npen-
noxennyro Y.Sardani, K.Qin, M.Haas u coasrt. [5].
[lepBuunslii (BpokaeHHslil) cunapom Bartter I tuma
IUarHocTupoBaH y 2 manueHToB (1 mampumk; 1
JIeBOYKA; KIMHWYECKHE ciydan | u 2), BTOPUYHBIN
cunpoM Bartter ¢ He(hpOKaIBIIMHO30M y 2 JIEBOYCK
(kmuanveckue ciydan 3 u 4). Bropuunsiii Bartter
CHUHJPOM B CTPYKTYype APYyTrux 3aboyieBaHMI TOYEK
OlHCaH B Meauarpuveckoil mureparype M.Vasbich
(2004), M.Penessi (2005) [13,14].

Huarno3s Bartter cuanpoma y 4 geteii cTaBuics Ha
OCHOBaHUH XapaKTEePHBIX KIMHUYECKUX MPOSBICHUN
[1-6].

VY nereii ¢ Bartter cunnpom (I, I, III Tunos) BeI-
ABJIEHBI apuT™MHH, 110 DKI" — cuHycoBas apuT™Mus, Ko-
potkuii PQ, HemonHas Onokaaa mpaBoil HOXKKH MydKa
l'uca, camkxenne cermenTa ST HIKe H30TMHNM, KaK pe-
3yabrat runokanuemun. C.Malafronte u coast. (2004)
yKa3bIBaloT, 4TO y Jereil ¢ Bartter cungpomom, III
THUIIA Yallle, YeM IIPH JPYTUX TUTIAX, TUArHOCTUPYIOT
APUTMUH, TUTTOKATHEMHIYECKYI0 Kapauonaruio [15].

Hapymenne peabcopO1uu XJI0puia HaTpusl B TET-
ne I'enne oOycrnaBinBaeT CHU)KEHHUE OCMOJISITBHOCTH
KaHaJIBIIMEBOH )KUIKOCTH, B OTCYTCTBUU a/IeKBAaTHON
cekpenun AJII" Moua ¢ HU3KO# OTHOCUTEIHLHOM TLTOT-
HOCTBIO M OCMOJISUTBHOCTRIO [1, 2, 4, 8, 10, 16, 17]. ¥V
ONHChIBaeMbIX JieTel ¢ Bartter cunapomom (tum I, 11
) 3aUKCUPOBAHHO CHIKCHUE KOHIICHTPAIIMH MOYH.

g Bartter cunapoma (tun I, 1) ¢ mposiBinennem
BO BHYTPUYTPOOHOM MEpHOJE WIN aHTeHATaJbHO
XapaKTepHO yBeludyeHue mpocramanauna E, (cocy-
JIOPACHIUPSIIONINX TpocTarnananaoB) [4, 9—12, 18].
VY 3 HabOnromaeMbIX MAMEHTOB (KIIMHUYECKHUE CIIyYan
1,2 u 3) c Bartter curapOMOM OTMEUEHO MOBHIIIEHNE
npocrarianauHa E,, TsoKeoe TeUeHUe ¢ aHTeHaTallb-
HBIM TIPOSIBJICHHEM.

JlinTenbHas CTUMYISIIAA CEKPELIMU PEeHUHA MPO-
crananaunamu PGE ), PG, npuBosuT K runepruiazuu
FOKCTarJIOMEPYJISIPHOTO ariapara; pa3BUBaeTCs TUIep-

pEHUHEMUS, [TOBBIIIAETCS YPOBEHb aHTHOTEH3MHA [I B
kposH [18, 20-23]. [1o pe3ynbraramu Ouorncun ooHa-
pyxena runeprutasus FOI'A y manmenTku (KiiuHuYe-
CKUii ciyyaii 3) ¢ TSDKEJIbIM TeUeHHEM aHTEeHATaIbHOTO
Bartter cungpoma I Tumna.

Crumynupyoiee aeiictBue anrnorensuna Il mva
KOpY Ha/IMOYSYHNKOB HUBEIUPYETCS THITOKAINEMHEH,
II03TOMY YPOBEHb aJIbJI0CTEPOHA ITpH Bartter cunapo-
Me TIOBBIIIaeTCcss yMepeHHo [17, 24], yTo oTMeueHo y
HaOTI0MaeMbIX HAMH MAIIMEHTOB ¢ CHHJIpOoMOM Bartter.
Coueranue BTOPUYHOTO THIEpalbJI0CTEPOHU3MA,
YBEJIMYEHHUE JAUCTATBHON SKCKPEIMH HATPUs, Kajus,
XJIOpa, CeKPELIMH HOHOB BOJIOPO/IA B TUCTAJIBHBIX Ka-
HaJbLaX, TUITOKAJIMEMHUH U METabOIM4eCKOTO ajIKaio-
3a XapakTepHo a1 cuaapoma Bartter [1, 2, 4, 24, 25].

BTopuuHbIil runepanbaoCTEPOHU3M OTMEYEH Y
2 MarueHToB ¢ CUHApOMOM Bartter (KIuHHYECKHE
ciayyau 2 u 3).

Ha3znavenue HeCcTepOUIHBIX TPOTHBOBOCIATIUTEIb-
HBIX MpenapaToB (MHI'MOUTOPHI CHHTE3a MPOCTaryaH-
JUHOB) HOPMAJIN3YIOT KIIMHUYECKHUE U JTa0OopaTopHbIe
HapyIeHus npu Bartter cunnpome [19].

VYV 3 manuenToB c¢ Bartter cunapomom (KInHUYE-
ckuit cimyyait 1, 2, 3) TMarHoCTUPOBaHbI THIIEPKaIb-
IUYpUs 1 He(YPOKAIIBIIHO3.

HopmanbHOoe MM HECKOJIBKO CHH)KEHHOE apTe-
puanpHOE NaBjieHUE y 3 MalueHToB ¢ Bartter u y
onHoro ¢ Gitelman cuHIpOMaMu CBSI3aHO C TEM, YTO
Ba30MPECCOPHOMY IPPEKTyY U30bITKAa aHTHOTeH3KHA 11
IIPOTUBOICHCTBYET BBICOKUI YPOBEHB IIPOCTANIaH 1~
Ha II, B pe3ynbraTe apTepuanbHOE JaBJICHUE Y TalUEH-
TOB C CUHAPOMOM Bartter ocTaeTcsi HOpMajabHBIM, CO
CKIIOHHOCTBIO K TumoTonuu [1, 26]. Tomsko B omHOM
clyvae y J€BOYKM C BTOpUYHBIM Bartter cuaapomom
(xHUYeckuit ciydait 4) ¢ 10 et 31m30/1bI TSHKeTon
apTepHalIbHOM TUIIEPTEH3UH, NTPOBOLUPYEMBIE IMO-
[IUOHAJILHBIM MEPEKUBAHUEM, PE3KUMHU 3allaxaMu U
(GU3UUECKON HArpy3KOM, SIBJISJIUCH MPOSBICHUSIMHU
(eoXpOMOITUTOMBI.

DeoxpoMOIIMTOMAa — TOPMOHAJIEHO-aKTUBHAS OITY-
XOJTb (Jare 1o0pokadeCcTBEHHAS, PEKE 3TTOKAYeCTBECH-
Hast) MO3TOBOT'O CJIOSI Ha IIIOYSYHUKOB M XpoMaduH-
HOW TKaHW BHE HAIITOYCYHUKOB (TIaparanrinoma) [27].
B 75% cnyuaeB (heoxpomoriuToMa pacrmojaraercs B
OJTHOM W3 HAJMIOYCYHUKOB, 4alle — B mpaBom [27],
9TO0 00HApYKEHO y MallMeHTKU. B nureparype Ham He
BCTPETUJIOCH ONMCAaHUs y JIeTel U B3pociblx Bartter
cuHJpoMa mpu QeoxpomoruToMe. [lo-BunuMomy,
3TO HOBBIN CHHIPOM, XapaKTepU3yIOIIHUNCS accolua-
nueit Bartter cuaapoma u gpeoxpomoruromsl. Leme-
€000pa3Ho NMPOBEACHNE MOJIEKYISIPHO-TEHETHIECKOTO
ucciuenoBanus. B panHeM HaOMIONCHUM TAIMEHTKH
(04.03.1985 1) ¢ Bartter cunapomMoM (KIMHUYECKUN
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ciaydail 3) OblIa BBISBIICHA MATOJIOTHS HAAMOYCUHH-
KOB — THIOIUIA3Hs JEBOTO HAIOYEYHHUKA C OYaraMmu
aJICHOMAaTO3HO TUTIEPIIIa3uH 3a peesiaMH Karcybl
1 CKJIEp03a, MPOTEKaloIIast ¢ HaIIOY€YHUKOBOM HEl0-
CTaTOYHOCTHIO. [0BBIIIEHNS apTEepHATBHOTO JABJICHUS
He orMeuaiock. ComiacHo Kiaccu(ukanuu, heoxpo-
MoruToMa (peoxpomodiacTomMa) KIMHHYECKHA MOKET
MIpOTEeKaTh 0€3 MOBBIICHNUS APTEPUATHLHOTO JIABICHUS
B 10% c runodyHKIMei KOpbl HAAMOYEUHUKOB [27].
OHaKo B yIaJICHHOM HaJIITOYCUYHUKE HE OOHAPYKEHO
MOP(OJIOrHYSCKUX MPU3HAKOB (DEOXPOMOIIUTOMBI.
Onucanus y JeTei aHAIOTMYHBIX accolrarmii Bartter
CHHJIpOMa U MaTOJIOTUH HA/IOYEYHHUKOB B JINTEpaType
HaM He BCTPETUIIOCh.

[To maHHBIM TUTEPATYPHI, TIPU TSHKEIOM TCUCHUH
Bartter cunapoM B HEKOTOPBIX CilydasX MPOrpeccHu-
pyeT B xponudeckyro Oonesnp mouyek (XBII) [1, 3,
10, 28-30].

VY manpunka (KITMHUYECKUH ciydail 1) ¢ KIIMHUKO-
T€HEeTUYECKUM MOATBEPKACHHBIM Bartter cunagpoMom
I Tuna quarnoctuposan ucxo B XBbIT II cT. B Bo3pacTe
5 ner 9 mec.

MonekynsapHO-TeHETHYeCKOe HCCIeIoBaHre Ya-
ctuuHoro aHaymsa rena SLC12A1/d 26, npoBeneHHOe
y 3TOTO MaueHTa, 00Hapy>KUII0 U3BECTHYIO pH Bart-
ter cMHApPOME MYTaIUIO U BBISIBIIIO 3aMeny ¢. 3287 C
>T (p. Thr1096l1le) B reTepo3uroTHOM COCTOSTHUH, HE
OIMCaHHYIO B 0a3e JIaHHBIX MO MYTAIMSIM U OJTHOHY-
KJICOTHTHBIM nonuMopdusmam. [Ipu anTeHaTanpHOM
Bartter cunipome onucaHbl MyTallMd T€HOMHOTO
nokyca NKCC2 (SIC12Al), KoTopblii KOTUpYeT celeK-
TUBHBIN pypocemua-uyBcTBuTeNbHBIN Na-K-2C 1 (1
tum), MyTtanuu B reae KCNJI, kogupyrorieM KaareBbie
kanaisl ROMK (II tum) [31, 32 ].

MHOXeCTBO MyTalluid, OOJIBIION pa3Mep YI4aCTKOB
B TeHE, BHyTPHCEMEITHAsI HEOJTHOPOIHOCTD U BBICOKAS
CTOMMOCTh OTPaHHYMBAIOT MIMPOKOE MPUMCHEHHE
MOJIEKYJISIPHO-TeHETHYECKOTO HccienoBanus [ 1, 3].

VY Bcex MalMEHTOB OTMEYEeHa 3ajiep’KKa pocTa,
KOTOPYIO OOBSICHSIFOT THTIIOKaJblieMuel, runodoc-
(haremueit, runokanuemucii [ 33].

VY 3 nerteit ¢ Bartter cuanpoMom (KIMHHUYECKHE
ciaydau 1, 2, 4) 6anmaHc 3IEKTPOIUTOB CTAOMIN3UPO-
BaH Ha3HaYCHWEM MH/IOMETaIlMHa, TPETapaToB Kalusl.
[IpoBoanMmas Tepanus ciocoOCTBOBaa PU3MICCKOMY
pPOCTY M Pa3BUTHIO MALMEHTOB.

M. Vaisbich u coasr. (2004) nmoka3zanu 3ppeKkTus-
HOCTh TEpaIy HHIOMETAIIMHOM Y JIETEeH C CHHPOMOM
Bartter, ogHaKo aBTOpPBI OTMETHIIN Pa3BUTUE OCIIOXK-
HeHUil (racTpuT, sA3Ba kenyaka) y aereid B 50% [14].
JlinTenbHOe MPUMEHEHNE HHIOMETalliHa PUBEINO K
Pa3BUTHIO TAaCTPUTA, KUIICYHBIX KOJHK Y MaIlMEeHTa
(xmuHUYecKui caydait 1).
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1o naHHBIM TUTEPATYPHI, IPUMEHEHNE MEHEE TOK-
CHUYHOTO Ipernapara u3 Tpymnsl uHruoutopos LIOI-2
podekokcuba (refecoxib, ceneKTUBHBIH MWHTHOUTOP
LUKJIOOKCUIeHa3bl-2) B HayaibHOU j03¢e 0,6—0,7 mr/
KI/CYT 1aeT CHIKCHUE TIOJIMYPUH, TUTIEPIIPOCTATIIAH-
JUHYPUH, TUIEPKATbUUHYpUs U He(pOKaJIbIINHO3a
[14, 34].

Gitelman CUHIPOM JTUATrHOCTUPOBAH y MAlMEHTa
(KIMHUYEeCKUH ciTydail 5) IKOJIBLHOTO BO3pacTa, Ko-
TOPBIN TPOSIBIISIICS CYIOPOTaMHU BEPXHUX U HIKHHUX
KOHEYHOCTEH, THUIOKAIMEeMHEeH, TUIIOMAarHuEMHUEH,
MeTa0OoINYEeCKUM ajKajio30oM. Bo3pacT kK MOMEHTY
MaHudecTanuu U kinHuka Gitelman cuHapoma y
MalMeHTa COOTBETCTBYIOT JaHHBIM JIUTEpatypsl [1,
35-37].

OCHOBHBIMH J1a00paTOPHBIMU TU(depeHIIATBEHO-
JIMarHOCTUYECKUMHU KPUTEPUSAMHU THArHOCTUKY CHHAPO-
Ma Gitelman sIBJISITHCH NIKOJITBHBIN BO3PACT K MOMEHTY
MaHU(EeCTal1, THTIOMAarHAEMHS W THITOKAIBLITYPHSL,
HOpMaJIbHasl KOHIIEHTPAIIMOHHAs CIIOCOOHOCTD TIOYEK.
VY GonbHBIX ¢ cuaapoMoM Gitelman, kak mpaBuiIo,
CHIDKEHO apTepualibHOe JaBiieHue [38], 4To oTMeueHo
B HalleM HaONIONeHUH. XOHAPOKaJIbIIMHO3 (HOopMU-
pyercs npy XpOHUYECKOM, TSKEIONW TMIIOMarHueMUU
(meno3utsl Kanblws upodocdara u aprpur) [39, 40].
JlaHHBIX 32 XOHAPOKAJIBIIMHO3 Y TTAIIUEHTa HE TTOTYYeHO.
AnexBaTHas Tepanus mpernapaTaMyd MarHus U Kauus
y HalyeHTa MpuBeNa K KYMUPOBAHUIO CYAOPOKHOTO
CHH/IPOMA, KOPPEKIIMH MEeTabOINYEeCKOro ajKano3a,
TMITOMarHeMHUHY ¥ THITOKAJIMEMUH.

[TocrostHHas 3aMecTHTENbHAS Tepamsl perapara-
MU MarHys 1 KaJus 03BOJIsIeT KOPPUTHPOBATh YPOBHU
KaJIMsl 1 MarHus y MalueHToB ¢ cuHapoMoM Gitelman
[18, 26]. B ommuune ot cunaapoma Bartter, mpu cus-
npome Gitelman sxckpernin PGE2 B HOpMe, mosToMy
npueM HIIBII ne onpasnan [18]. Ilonaratort, uro Ha-
3HauYeHNE HHIMONTOPOB aHTMOTEH3HH ITPEBpAILAIOIIe-
ro ¢pepmenta (AlID) marerTamM ¢ CHHAPOMAMH CHU-
JKaeT ypoBHHU aHrnorensuHa Il n anprocrepona [19].
OpaHaKo 0CTpOe CHUKEHNE YPOBHS IUPKYIUPYIOIIETO
anruorensuna Il Ha ¢pone mpuema uarno6uropon AIID
MOYKET NMPUBECTH K CUMIITOMAaTHYECKON THIIOTEH3UH Y
nanueHToB ¢ Bartter u Gitelman cuaapomamu [26].

SAKJIKOMEHUE

Bartter u Gitelman cuHApPOMBI y neTei sBIIs-
I0TCSl KIIMHUYECKH TSKENBIMU (B 3aBUCUMOCTH OT
THIA) peAKuMu TyOynmomatusiMu. OCHOBHas 3a-
Jada nearaTpa-Hedposora 3akiIouaeTcs B paHHeH
KIIMHUKO-JIA00PaTOPHON, MOJIEKYISIPHO-TEHETHYECKON
JMUArHOCTUKE TEPBUYHBIX U BTOPHYHBIX (GOpM Ty-
OyrmonaTnu, Ha3HAYCHUHN AJCKBATHON MOKU3HEHHOMN
Teparuy 1 IPe0TBPALICHUH PA3BUTHSI OCIOKHEHHIH.
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