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natoreHeTn4Hecke MexaH3mMbl.

BpO>K,D,eHHaﬂ xnopuaHaa avapes (kog 8 MKB-10: E87.8) —
HacnencTBeHHoe 3aboneBaHne, 0DyCNoBNEHHOE HapyLle-
HVeM BCaCbIBaHWUSA B KMLIEYHVIKE XJTIOPUAOB C Pa3BUTUEM MpO-
y3HoM Ovapen, 06e3BOXMBaHWS, HapyLeHWn MeTabonmama.
BrnepBble Oone3Hb onucaHa B 1945 rogy T.L. Gambel n
F.A. Darrow. Bctpeyaetcs ¢ nonynsumoHHown Yactoton 1:30000,
TUN HacNeqoBaHMs ayTOCOMHO-PeLEeCCUBHBIN. PerynupyoLmii
reH foKanuayeTcs Ha 7-n xpomocome (7g22-g31).

Mpv AaHHOM 3aboneBaHUM BCNeACTBME reHHOro gedekta B
KneTkax cm3ncTon obonoykm NoAB3LOoLLHOM 1 nonepeYHobo-
JLOYHOW KUMLLUKAX HapyLLaeTcs PyHKLUMSA akTUBHOMO TpaHCnopTepa
XJ10pa, KOTOPbIA JOMKeH obecneqnBath B SHTEPOLIMTaX OOMEH
MOHa Xropa Ha O1KapBOHaTHbIN MOH. 3TO MPMBOAMT K M30bITOY-
HOW NoTepe MOHOB X/10Pa C KaloM M YCUNEeHHOMY BCachiBaHMIO
OrKapboHaTHOrO MOHa. B pe3ynbTaTte 0TMeYatoTcs CHmKeHve pH
B MPOCBETE KMLLEYHMKA W NoBbIWeHre pH B kposu [1].

BonesHb nposBnseTcs elle BHYTPUYTPOOHO MHOrOBOZMEM.
IMpw ynbTpa3ByKOBOM MCCef0BaHUM Y DepeMeHHOM OTMeYaeT-
€S MHOTOBOZVIE, @ Y NOAA PaCLLUMPEHHbIE U HAMOMHEHHbIE XIA-
KOCTbIO METAN KULLIEYHIKA. [eT poxaaloTcs HeJOHOLLEHHbIMM.
Y>ke Npuv POXKIAEHUN HEPELKO OTMEYaIoT YBEMYeHe pa3MepoB
XVBOTa, ocnabneHvie nepuctanbTUKL; MOXKET Pa3BUTLCA Napes
KuLleYHVKa, pBoTa. OBbIMHO HabMIOJATCA XenTyxa, O4eHb
YaCTbI BOASHUCTbIV, MOXOXMI Ha MOYY, CTYI C KUCSIOM peakLm-
en. Tpy OTCYTCTBMM afieKBATHOMO fleYeHMst Pa3BMBAETC TaxXe-
nas germapataums, ankanos, rynoxnopemus, rmnokanuemms,
rMnoHaTpuemms. BcnefncTBMe BOLHO-3MEKTPONUTHBIX  pac-
CTPOVICTB BO3MOXHO MOBbILLEHME TeMmnepaTypbl Tena. Mo3aHee
YPOBEHb CbIBOPOTOYHOrO HAaTpWUs HopManmayetcs Gnaropaps
Pa3BUTUIO BTOPWYHOTO rnepanbaocTepoH3ma [2, 3].

JlabopaTopHas AMarHoCTMKa BKIloYaeT obsa3aTenbHoe nccne-
[loBaHVe 0bLLIero aHasnm3a Mo4m — MoYa MMEET LLIESTOYHYIO peak-
LMI0; OMOXMMUYECKMIA aHaNM3 KPOBM — BblpaXkeHHas rnoxJsio-
pemMus, rMnoKanmeMus, TSKeNbl ankanos. LononHutensHble
NCCNEeA0BaHMA: aHaNM3 Kana — MOBbILLEHME SKCKPELLMN XJTopK-
108 (6onee 150 MMonb /1 unu Boree 1r1/cyT.) BCEACTBYE Hero
HabMIOOAETCs CHUXKEHVIE SKCKPELMM C MOYOW XJTOPUAOB W Hye-
Bas KMCIOTHOCTb XKEeNyAO4HOro COKa, YTO PaCLEHMBAETCA Kak
KOCBEHHble MpY3Hakm 3Ton OonesHu.

[uddepeHumanbHbIn AMarHo3 NMpPOBOANTCS C KNLLEYHBIMMN
NHbeKUMAIMK, conbTepsioLien GOopMON aipeHOreHVTanbHOro
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B CcTaTbe NpeAcTaBAeH CAYHan ANBrHOCTUKW Y pebeHKa BPOXAEHHOWM XAOPUAHOW Aapen — PeAKo
BCTpedatollerocs 3aboneBaHUs, C KOTOPbIM MNpakTU4eckyie BpaH MaAO 3H38KOMbl. PacCMOTpeHbl
KAVNHNKO-8HaMHeCTHeCkye 0COBeHHOCTU 3300AeBaHVIS, AGHHEIE M3PaKAHNHECKOro 0BCAeAOBaHNS,

IKAKO4eBble cAOBa: XAOPUAHES AMBPeS], TUNOXAOPEMUS], TUMOK3ANEMIS,

MeTaboAnHeCK anKanos.

The article gives the case of the diagnostics of congenital chloride diarrhea of a child — rare disease,
which the doctors hardly know. There were studied the clinic-anamnestic peculiarities of the disease,
the data of paraclinical examination, pathogenetic mechanisms.

IKey words: chloride diarrhoea, hypochloraemia, hypokalaemia, metabolic alkalosis.

CMHOpPOMa, C 3aboneBaHMUSIMN, NPOTEKAWMMU C CUHAPOMOM
Masnbabcopbumn.

JledeHne 3aksTiodaeTcs B OpanbHOM pervapatauin, obbem
KOTOpOW OnpefenseTcs TeKyLLMMY NoTepsamn. B Taxenbix ciyya-
X AN CTabUNM3aLmMmn COCTOSHUA NPOBOAAT MapeHTepanbHoe
nuTaHe 1 peryapaTaumio C NOCNEayOWMM MOXN3HEHHbBIM
3aMeLLeHVIEM 3MEKTPONTNTOB M XKMOKOCTM U3 pacyeTa no xJopy
10 mmornb /kr [3].

[Mpv Braronosy4HOM 3aBepLUEHUN Neproda NapeHTepasbHo-
ro MUTaHWs MPOrHo3 GNaronpUsTHbLIM, HO MEePCUCTMPYIOLLAs
CeKpeTopHas Amapes MOXeT COXPaHATHCS.

B cBA3M C peKoCTbIo M TPYAHOCTAMY ANArHOCTVKM NpeacTaB-
nsieM cobCTBeHHOE HabnofeHMe CIyyas BPOXKAEHHON Xopua-
HOW Anapeu.

BonbHas K. (mata poxgeHus 01.04.2008) noctynuna B
Hwxeropoackmm HAW pgetckon racTposHTeponorim Brepeble B
Bo3pacte 1rofa ¢ anobamu Ha HEOAHOKPATHO NOBTOPSIOLLME-
€S C POXAEHMSA INN30bl HAaCTOrO XMAKOro, BOASAHWCTOrO CTyNa
3€/1eHOBATOr0 OTTEHKA C HEMPSTHLIM 3anaxoM Ao 4-8 pa3 B
CyTKM, COMPOBOXAAOLIMECS PBOTOM, CHYXEHWEM anneTuTa,
BANOCTbIO, NOTEPEN MacCbl Tena.

/13 aHaMHe3a BbISICHEHO, 4TO poauTen pebeHka Monogple.
MaTb CTpafaeT HEMPOAEPMUTOM, OTeLl, — He NEPEHOCUT MOSIOKO.
[leBoyka oT 1-11 BepeMeHHOCTI, NMPOoTeKaBLLEN C BblpaXXeHHbIM
MHoroBofyem. Poabl npexaeBpemerHble Ha 34-35-11 Hepene
rectauMn nyTemM KecapeBa Ce4eHWs B SKCTPEHHOM MOpsake
(ynopHas cnabocTb pofoBon AeATeNbHOCTI, NMPOrPecchpyoLLas
BHYTPUYTPODHas runokcvs nnoda). Macca Tena npu poxxaeHnm
2200 r, anvHa 45 cM, oueHka Mo Lwikane Anrap 7-8 6annos.
B nepriofe HOBOPOXXAEHHOCTM B pOALAOME BbICTaBfEH AMATHO3:
LepebpanbHas nwemus |-l cteneHn; KoHbIOraUMoHHas rinep-
OunnnpybuHemus. [pyaHoe BCKapMvBaHme fo 1,5 MecaLes.

BonbHa C nepBbIX AHEN XV3HW. Ha 7-e CyTkm B CBA3M C YacTbiM
KUOKAM CTYNIOM, CPbIFMBaHMSMM NepeBefeHa M3 pofaoMa B
oTaeneHre HedoHOLWEeHHbIX ODMacTHOM AETCKOM KIIMHUYeCKOW
OornbHWLIbI MO MECTY XWUTENbCTBA, FAe NeYnnach Mo nosomy dHTe-
pokonuTa (B MUKPOBMONOrMYECKX NMOCEBaxX Kana BbiBMEH pocT
knebcvennbl). B nocneaytoLem C MeCRHHOro BO3pacTa noyTI exe-
KBapTanbHO MOCTyMNana B TKENOM COCTOSHUM B MH(EKLMOHHbIV
CTaUMOHaP C ABMNEHUSMW BOJHOW [IMapen, MHOTOKPaTHOW PBOTOW,
noTeper Macchl Tena, BANOCTbIO, XaXaoW. BeicTaBnAnca AvarHos:
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«OCTPbIV SHTEPOKONNT HEYTOYHEHHOW 3TUOMIOTUM C ABNEHUSMM
TOKCMKO3a M 3KCMKO3a, NlakTazHas HeQOoCTaTo4HOCTb». pn Heop-
HOKPATHOM MpOBefeHNM BMOXMMMYECKOro aHanm3a obpallano
BHMMaHWE CHVXXKEHME B CbIBOPOTKE KPOBU YPOBHS Kanuisi, HaTpus
(NOMHOCTBLIO  MOHHBIA  COCTAB  KPOBWM  He  WCCNenoBarncs).
MpoBoamnack MHMY3MOHHas Tepanus roKO30COoNeBbIMM PacTBO-
pamu. [leBodka OJIMTENbHO MOoJlydana HU3KOMAKTO3Hble CMecu,
NpYKOpMbI Ha Bofe. OfHako OTMEHa MOJIOKA B MUTaHUK He Npu-
Bena K 3aMETHOW MONOXMTENbHOW AMHAMMKKE, YTO MO3BONWIO
NCKIIIOYUTL Hanmyme y pebeHKa JakTa3HOM HeLOCTaTOYHOCTM.
B cBA3M C oTCyTCTBMEM CTOMKOrO 3hdekTa OT MPOBOAMMON Tepa-
MW W C UENbIO YTOYHEHNS NPUYMHBI ManbabcopOUMOHHOM NaTo-
norMM  —  UCKIIOYEHUS  LeNvakmy, pebeHoK HampasneH B
Huxeropoackmin HAW oeTckon racTposHTeponorimn.

Mpyn nocTynneHun B KIMHWKY COCTOsHME Taxesnoe. [leBo4yka
BS1as, anneTUT CHWXeH. [p13HaKM XPOHMYECKOro PacCTPOMCTBa
nWUTaHs: aucTpodus no tiny rnotpodum |l crenern (poct 70 cm
— 2-UeHTUNbHbIM MHTepBan, mMacca Tena 7530 r — 1-UeHTUAbHbIN
nHTEpBan). KoxXHble NoKpoBbl GneaHble, CyxoBaTble. B 3ee 6e3 Boc-
NanUTeNbHbIX M3MEHeHWI. B nerkmnx nyspunbHoe AbixaHvie. ToHbl
cepala pUTMUYHBIE, Cnerka NpurnyLweHsl, yqatleHsl — 140 B 1 MUH.
XVBOT yBenunyeH B obbemMe, OCTyneH rnyooKor nanbrauum, Msr-
K, ©6e300me3HeHH, ypdaH1e No Xofy KULIEYHbIX neTerb. MeveHb
1 ceneseHka He yenndeHbl. CTyn fo 3-5 pa3 B CyTkW, 0OUMbHbIN,
BOLSHWCTBIN, «Kak MOYa», BMUTLIBAETCS B NAaMMepC.

Mpr 0bcrnenoBaHN BbISBIEHDI: pe3kas rinokanmemms — 1, 84
MM/n (npu Hopme 3,6-6,2 MM/n), runoxnopemus — 77, 4
MM/n (npy Hopme 98-106 MM /n). VccnenoBaHmne KUCIOTHO-
OCHOBHOIO COCTOSIHMS YCTAHOBMIO Hammyme MeTabonnmyeckoro
ankanosa 6e3 komneHcaumm (pH — 7,48; BE — 4,9 MMOrnb /n; BB
- 52,9 MMonb/n). YPOBHM B CbIBOPOTKE KpoBW HaTpus (142
MM /n), obulero (2,3 MM /1) 1 noHmsmposaHHoro (1,19 MM /n)
Kanbuus, doccopa kposu (1,39 MM /n) — B Npeaenax HopMmb.
B 0Ouem aHanwmse kposu Hb 126 r/n. 3p — 4,2 MH nenkoumTbl
7,0 TbiC. Mo4a nmena LWeno4Hyto peakLumio; pH Kana cMeLLeHo B
kucnyto ctopoHy (5,0). Mpu nocese Kana BbisiBNeH AMCOMO3
KULLIEYHIKa, OOYCNOBNEHHbIN MOBbILLIEHHBIM POCTOM FrEMOSUTIA-
YECKOW KNLLIEYHOM MasnoYKu.
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OTCyTCTBME NPU3HAKOB MMNeppereHepaTopHoOM atpodun m
BbIPa>KEHHOM VIMMYHHOW peakL CO CTOPOHbI CIIM3UCTON
000504KM TOHKOM KMLLKW (BbICOTa BOPCUHOK 375 MKM, r1you-
Ha KpwnT 156 MKM; CoepXXaHue MexanuTennanbHbIX M-
hounToB 16% ), a TakKe NOBbILLEHHbIX TUTPOB aHTUTEN K -
aMHY 1 TKaHeBOW TpacriyTaMyHa3e NO3BOMMIIO NUCKITIOHNTD
Lenmakumio. iccnegoBaHHble TUTPbI aHTUTEN K OBanbOyMUHY,
coe, BenkamM KOpoBbLErO MOJIOKa LeNbHOMY Dbl HU3KUMMU.

B xofe ob6cnenoBaHNs UCKIIOHEH MyKOBUCLIMAO3 C CUHLPO-
MOM nceBao-bapTrepa, CONPOBOXAAIOLLMINCA SMEKTPONMUTHBIMM
HapPYLLEHMSAMI 1 METabONMHECKM arnkano3oMm BCeLCTBUE XPO-
HWYeCKMX NOTepb COoMewr C NOTOM. XopwAbl NoTa B Npefenax
HOPMbI. TPUACMHONUTUYECKasA aKTMBHOCTb kana 1:320, aktmB-
HOCTb 3Mactasbl-1 Kana-491,61 MKr 3/r, 4TO COOTBETCTBOBASIO
pedepeHCHbIM 3HAYEHNAM 1 FOBOPWIIO O COXPaHHOCTM BHELLHe-
CeKpeTopHOW  YHKLUMM  NOAXENYOOYHOM  Xenesbl.
YrbTpa3ByKOBOe MCCIe0BaHMe OpraHoB OpIOLLIHOM NonocCTy, a
TaK>XXe HaZno4e4HMKOB NaToNormMn He BbIBMIIO.

YyuUTbIBas Hanu4me TakmX KIMHWUKO-aHaMHeCTU4ecknx W
nabopaTopHbIX AaHHBIX, Kak NPosiBieHVe BONe3HN eLLe BO BHY-
TpUyTPOOBHOM BO3pacTe — MHOrOBOAME BO Bpemsi bepeMeHHO-
CTV OaHHbIM pebEHKOM; JOMUHVPOBAHME B KIIMHNYECKOWN Kap-
TUHe 3aboneBaHVs MPU3HAKOB KUCIOM BOOHOW AMapeu, Kak
CNeacTBue, HapyLLeHns abcopbumm xnopa B KMLWEYHUKE; peru-
CTPpaLMs B KPOBW rMNOKanMeMmnm, rmnoxaopeMmm, 4eKOMIeHcu-
POBaHHOIO MeTaboNMYeCKoro ankanosa, LUeIONHOV peakumm
MOYU, @ Tak>Ke MONOXKMUTENbHBIV 3MEKT OT MHDY3MOHHOM Tepa-
N ¢ ofHoBpemeHHbIM BBeaeHeM 0,7% NaCl (7-8 mmonb /kr
maccbl) 1 0,3% KCI (2-3 MMonb /Kr), Bbina AnMarHoCcTMpoBaHa
BPOXAEHHAs XNIOpMAHasA Anapes.
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