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Chloride diarrhea in a child 8 months old
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XiopuaHas auapesi — peakoe reHeTHYeCKH JeTePMHUHMPOBAHHOE 3a00/IeBaHKe, 00YCJI0BIeHHOE MyTanusivu reHa SLC26A3 u xapak-
Tepu3yloleecs NMOsBJIEHHEM CTOMKOIi BOISHUCTOI TMaPeN C NMepBbIX JHell KU3HU pedeHKa. 3a00ieBaHie CONPOBOXKIAETCS PA3BH-
THEM THIIOKATHEMHYECKOT0 THIIOXJI0PEMHYECKOTO aIKa103a. OCOOEHHOCTH KIMHHYECKOH KAPTHHBI M META00IMIECKHX HAPYIICHHI
NPH BPOKIEHHOM XJIOPHIHO# JUapee ONnpeaeisioT He00X0MMOCTh NpoBeaeHus T depeHIraIbHOi JUATHOCTHKY ¢ HIMPOKUM CleK-
TPOM NATOJOTHYECKAX COCTOSHHIA, YTO YACTO MPUBOIUT K NMO3/IHEI MIOCTAHOBKE JUATHO32 M YBEJIHYMBAET PHCK PA3BUTHS OCJIOKHE-
Huii. B cTaThe nmpeacTasiieH KIMHAYECKHI PA300p MalMeHTa ¢ BPOKIEHHOI XJIOPUIHOI Anapeeii, onpeieieHbl KDUTEPHH TUATHOCTH-
KU 3200JI€BaHNsI, PACCMOTPEHbI BO3MOKHbIE OIMOKH B MPOIIECCE TMATHOCTHYECKOTO MOMCKA, OMMCAHA TAKTHKA BeJleHUs peOeHKa.

Karouegwte caoea: demu, eposcoennas xa10puonas ouapes, 2uNOKaauemus, 2unoxiopemus, memaboauveckuii arkanros, een SLC26A3,
Jughgpepenyuanvrasn ouaznocmuxa, nevenue.
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Chloride diarrhea is a rare genetically determined disease caused by mutations of the SL.C26A43 gene and characterized by the appear-
ance of persistent watery diarrhea from the first days of the child’s life. The disease is accompanied by the development of hypokale-
mic hypochloraemic alkalosis. Features of the clinical aspects and metabolic disorders in congenital chloride diarrhea determine the
need for differential diagnosis with a wide range of pathological conditions, which often leads to late diagnosis and increases the risk
of complications. The article presents the clinical analysis of a patient with congenital chloride diarrhea, the criteria for diagnosing
the disease, the possible errors in the diagnostic search process, describes the tactics of the child’s management.
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1945 1. J. Gambler u D. Darrow omHOBpeMeHHO
OMHUCaNM JBa CJIydyas TSDKEJIOW BPOXIEHHOU nma-
peu. Pe3ynbraThl 1a60paTOPHBIX UCCAENOBAHUNI Y Ma-
JIEHIIEB B O0OMX CIyYasX XapakKTepu30BaJUCh BbICOKOMN

KOHLIEHTpaLMel XJIOpUI0B B KaJjle, CHUXKEHUEM DKCKpE-
LMK XJIOPUIOB C MOYOM, TMITOXJIOpEMUE, TUITOKAJINE-
Mueil m MetaboiaudeckuM ankajao3oM [1, 2]. Ilo mHe-
Huio J. Gambler u coaBT., maToreHe3 3a00JeBaHUSI MOT
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OBITh CBSI3aH C MOBBIIIEHHOW SKCKpelreil MOHOB XJI0opa
B KUIIEYHHK, YTO TTOCTYKUJIO OCHOBAHUEM TSI TIEPBO-
rO Ha3BaHMS 3a00JIeBaHUST KaK «BPOXKICHHBIN aKajio3
¢ nuapeeit» [1]. Tlocnmenyworiiue uccieaqoBaHUSI MPO-
JIEMOHCTPUPOBAIMU, YTO AuUapesi oOycIoBIeHa Majibabd-
copOIMeii MOHOB XJIopa B KUIEYHUKE, TIPU ITOM Me-
TaOOJUYECKUI alikajio3 He SIBJSIETCS] 00s13aTeIbHBIM
MpU3HAKOM. DTU JaHHBbIE OBIIU MOJIOXEHBI B OCHOBY
COBPEMEHHOr0 Ha3BaHUsl 3a00JieBaHMSI, W3BECTHOIO
KaK 6pojcoeHHasn xaopuonas ouapes |3].

3aboneBaHue BCTpevyaeTcsl MOBCEMECTHO, MPU 3TOM
HaunboJbIIasi JacToTa 3adukcupoBaHa B DOUHISHIUU
(1:30 000—1:40 000), IMToabmie (1:200 000), Kyseiite
u CaynoBckoit ApaBuu. B ctpanax Ilepcuackoro 3anvBa,
10 pa3HbIM JaHHBIM, YaCTOTa BPOXKICHHON XJTOPHIHOM
muapen gocturaer 1:3200—1:5000, 4TO TIpEenmONOXM-
TEJIbHO OOYCJIOBJIEHO BBICOKOW PACIpOCTPAHEHHOCTbIO
OGJIM3KOPOICTBEHHBIX OPaKOB B pernoHe [4—6].

BpoxxneHHass ximopumHasi auapesti SIBJISIETCS  ayTo-
COMHO-PEIIECCUBHBIM 3a00JI€BAHMEM, B OCHOBE KOTO-
poro sexaT myTtanuu reHa SLC26A3, TOKaIn30BaHHOTO
Ha 7-11 xpomocome [7, 8]. JlaHHBII TeH KOIUPYeT TpaHC-
MeMOpaHHBIII  OEJIOK-TIEPEHOCYNK,  PACTIONOXKEHHBII
Ha aNWKaJbHOW TTOBEPXHOCTU STMUTEIMAIBHBIX KIIETOK
MOJB3/IOIIHON M TOJICTOM KUIIIKU U Peryaupyroiui 00-
MeH noHoB CI- 1 HCO,~ Mex/y NpocBeTOM KUIIEYHUKA
U BHYTpPEHHe! cpenoit opranusma. JuchyHKIus TpaHc-
rmopTepa, o0ycIoBIeHHas myTaiueit reHa SLC26A43, pu-
BOIWT K HApYIIEHWIO BCACBIBAHUST MOHOB XJIOpa U CEKpe-
MM OMKapOOHAT-aHMOHOB. BTOPMYHO MO OTHOIIEHUIO
K noHooOMeHHMKY Cl7/HCO,” Hapymiaetcss pabota
TpaHCIopTepa, PeryJupyroero oOMeH HOHOB BOIOpoa
u Hatpus (H*/Na* noHoooMeHHuka). PesynbsraToMm aTnx
nedexroB sBisietcst motepsi NaCl B KuIlIeYHUKE C pa3-
BUTHEM BOASIHUCTON nuapeu, boraroii xjopom. B otcyT-
CTBUE aJcKBATHOM 3aMEeCTUTEbHOM Teparuu
TUTIOXJIOPEMUST U TUITOHATPUEMUS CITOCO0-
CTBYIOT aKTUBAIlUU peHUH-aHTUOTEH3WH-aJTb-
noctepoHoBoii cuctembl (PAAC), cieactsuem
YEero SIBJSIETCSl yCWieHue peabcopOumu Ha-
TPUS B IMCTAJTBHBIX OTAEIaX TOJICTOM KUIITKU
U JIUCTATbHBIX W3BUTBHIX KaHajbllax Hedpo-

NpoceeT DaueyHKca
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KJINMHUYECKUE CJTYHAU

IlpeHnaranbHasi OMoXuMMYecKasi AUMAarHOCTUKa 3abosie-
BaHMSI HeBo3MOHa. OrnpeneneHue comepkaHus Xjaopa
B aMHUOTHYECKOM XUIKOCT UMEET HeOOIbIIIOe TUarHO-
CTUYECKOEe 3HAYeHME, TaK KaK B PEryysiliuy €€ 3JIeKTPO-
JIMTHOTO COCTaBa yyacTBYeT rutatieHTa [ 14].

ITocne poxneHust 3aboaeBaHUe TIPOSIBISIETCS] YBEIU-
YeHWEeM pa3MepoB KMBOTA, OTCYTCTBUEM OTXOXICHUS
MEKOHUS, BOASIHUCTOU arapeeli, He 3aBUCSIIEN OT BUIA
BCKapMJIMBaHUSI, 3HAYUTEIBHOM TIOTepelt B Macce B paH-
HEeM HeOHATaJbHOM TIEPUOIE, 3aTSKHBIM TeYeHUEM
KOHBIOTAIIMOHHOM XenTyxu (puc. 3). YBeauueHue oobe-
Ma XXMBOTa B COYETAHUH C OTCYTCTBHEM MEKOHUSI CITYXKUT
OCHOBaHMEM [IJIST MCKITIOUEHUST KUIIEYHON HETPOXOa-
MOCTU M YacTO MPUBOIUT K HEOIpaBIaHHBIM XUPYpPTH-
YeCcKMM BMEIIIaTeJIbCTBaM B TEepHOJIe HOBOPOXIEHHO-
ctu. Ilpu aroM mpodysHasi nuapesi U3HAYAJIbHO YacTO
ocTaeTcsl He3aMeYeHHOM, TTOCKOJIbKY pa3KMKeHHbIe Ka-
JIOBBIE MacChl IPUHUMAIOTCS 3a Mouy pebeHka [15, 16].
ITpu peHTreHosornueckom uccienoBanuu u Y3U omnpe-
NIEISI0TCS pacIIMPEeHHBIE METIN KUIIEYHNUKA ¢ OOJTbIITIM
cofiep>KaHWeM XUIKOCTY 1 BO3/lyXa B IMPOCBETE.

K nabGopaTopHbIM TIpM3HaKaM XJIOPUIHOW JMapeun
B TIEpUO/Ie HOBOPOXKIEHHOCTU OTHOCSTCS THUTIOXJIOPEMMSI,
runoHaTpuemus. [Ipyu OTCYTCTBUM aleKBaTHON KOppeK-
LMY B TIOCJIEAYIOIEM, TI0 MEepe CTAHOBJIEHUSI aKTUBHOCTHU
PAAC, mipucoeauHsOTCs TUTIOKAIMEMHUST U MeTabode-
ckuii ankanos [3]. BonsiHucras nuapesi coxpaHsieTcst B Te-
YeHUe BCell XXKM3HU MAllMEeHTOB, YacTo TIPUBOIS K (hOpMHU-
poBaHuIO 3HKompe3a. [Ipu rccnenoBaHuM Kaja oOpariaer
Ha cebsl BHMMaHME BBIPAKEHHOE YBEJIMYEHME KOHIICH-
Tpauuu xjopuaoB (>90 MMosnb/m), Tipu 3ToM ypoBeHb Cl-
B KaJjie MpeBbIIIaeT CyMMapHyto KoHieHTpauuio Na* u K*.
B GruoxuMmyeckoM aHajM3e KPOBU B OTCYTCTBHE aleKBar-
HOM KOPPEKIIMK CTOMKO COXpaHSIETCST TUTTOKATMEMUYECKUIA
TUTIOXJIOPEMUYECKUI  alKano3, TMIepaIbI0CTEPOHU3M,
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COIIPOBOXIAETCS TMOBBILIEHHON 3KCKpeLuen
KaJuvsi, 4YTO M OTMpenessieT OCHOBHBIE Jlabopa-
TOpHBIE U3MEHEHMSI, BBISIBJIsSIEMBIE TIPU 3a00-
JIeBaHWM, — TUIOXJIOPEMUIO, TUITOKATUEMUIO

1 MeTabonunueckuii ankanos (puc.l) [9—11]. oL

BpoxxneHHass xjopuaHas auapes MaHU-
(becTrpyeT BHYTPUYTPOOHO, TIPUBOMAS K pas-
BUTHIO TIOJUTHAPAMHMOHA W PACTSIKEHUIO
3aMOJITHEHHBIX XXUIKOCTBIO TTeTe/Th KUIIEYHH -
Ka TUTOa, BU3YaJIWu3UpPYeMBIX MPH TPOBEe-
HUU YIbTpa3ByKoBoro uccienoBanus (Y3U)
WM MarHUTHO-PE30HAHCHOM Tomorpadhuun
(puc. 2) [12, 13]. MHoroBoaue 4acTo SIBJISI-
eTCcsl TIPUYMHOM TIPeXIeBPEMEHHBIX POIOB.
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Puc. 1. I1aToreHe3 BpoKI€HHOI XJIOPUIHON JHADPEH
Fig. 1. Pathogenesis of congenital chloride diarrhea
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B MOUe — BBIpaXkeHHOe CHIDKeHUe ypoBHS Cl~ 10 TTOJTHOTO
otcyrcTBus (Tabm. 1) [3, 15, 17]. OkoHYaTebHbBIN AMATHO3
YCTaHABIMBAETCS Ha OCHOBAHWM T€HETMUYECKOTO MCCIIEI0-
BaHUSI, BBISIBIISTIONIETO MyTaIlny B reHe SLC26A3.
VYauTeiBasi 0OCOOEHHOCTM KJIMHMYECKON KapTUHBI
U DJIEKTPOJUTHBIE HapylleHus, IuddepeHIInaIbHyIo
JIMarHOCTUKY TIpU 00CJIeIOBAaHUY MAlleHTOB HEOOXOIH~
MO TIPOBOJUTL ¢ GoJie3HbIO [WMpIITpyHTa, anpeHOreH-
TaJbHBIM CUHAPOMOM, CUHApOMOM bapTrepa u mceBno-
baprrepa npu mykoBucummose (tabda. 2) [18]. Cnenyer
OTMETHTb, YTO B TPYIITY BPOKIEHHBIX CEKPETOPHBIX AUA-
peii, Hapsimy ¢ XJIOPUIHOM auapeeil, BXOOUT BPOXKAeHHast
HaTpueBas auapesi. AHAMHECTUYECKUe TaHHbIe, KITMHU-
Yyeckas KapTUHA W XapakTep JabopaToOpHBIX U3MEHEHUIA
npu oboux 3abojieBaHUSIX OYIyT TIPaKTUYECKU HIEH-
TUYHBIMHA. EAMHCTBEHHBIM JUATHOCTUUYECKUM KPUTEPU-
€M, KOTOPBIII MOXET ObITh UCITOJIb30BaH 0 MPOBEACHUS
TeHETUYECKOTO WCCIIEIOBAHMS, SBISIETCS KOMILIEKC-
Hasl OlLIEHKa JKCKPETHUPYEMBIX C KaJlOM 3JIEKTPOJUTOB:
MpU BPOXKIECHHOM XJIOPUIHOM auapee KOHIIEHTPALIUS
XJIOpa B Kajie OOBIYHO TIPEBBIIIAeT CyMMapHYI0 KOHIIEH-
TpalWIo Kajus U HATPUsI, B TO BpeMsI KaK MPU BPOXKICH-
HOIl HATpUEBOW Auapee KOHLIEHTpALMSl HATPUSI B Kaje
MpeBBIIIACT CYMMapHYIO KOHILIEHTPALIMIO KaJIus U XJIopa.
B ocHoBe srleueHUsT BpOKIEHHON XJIOPWUOHON IHMapen
JIEKNAT 3aMeCTUTETbHAsl Tepanusl J3JIEKTPOJIUTAMU TTyTeM
OpaJIbHOM pervapaTallii WM WH(GY3MOHHON Teparuu.
OpajibHast peruaparanusi TPOBOIUTCS COJEBBIMU pac-
TBOpamu (peruapoH, peruapoH BUO, rumpaBut u ap.).
I1pu BBeneHMM TPOAYKTOB MPUKOPMa PeOEHKY 11eJ1eCO00-
pa3Ho MX ToIcaTMBaTh. B KadecTBe cpelcTB MeIMKaMeH-
TO3HOM Teparmuu 00CyKIaeTcsl BOBMOKHOCTb TTPMMEHEHHUSI
WHTUOWUTOPOB TIPOTOHHOI TOMITBI C LIEBI0 YMEHBIICHUST
BBIPAOOTKY COJITHOM KMCJIOTBI JKEJTYIKOM, OyTHpaTa C lie-
JIblO akTUBaLMM Oeska-TpaHcroprepa Cl- /Oyrupara B K-
meyHuke [5, 19]. K m1oKyMeHTHPOBaHHBIM OCJIOXKHEHUSIM
XJIOPUIHOM IMapen TIPU OTCYTCTBUM CBOEBPEMEHHO Hava-
TOM 3aMECTUTENIbHOI Teparmyi OTHOCST BOCHAUTETbHBIE

Puc. 2. YasTpa3BykoBasi KApPTHHA PACHIMPEHHBIX MeTeIb KHIIey-
HMKa 1mioaa (www.sonoworld.com).

Fig. 2. Ultrasonic picture of enlarged intestinal loops of the fetus
(www.sonoworld.com).
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3a00J1€BaHMsI KUILIEYHMKA, MATOJOTUIO MOYeK (IJIOMEPYJI0-
HedpuT, He(PpoKaTbIMHO3), MyXCcKoe oecriomue [5].

TIpuBoaM coOCTBEeHHOE HAOJIOIEHUE.

Kiunuyecknii mpumep. PeGeHok ot matepu 32 e,
OT BTOPOil OEpeMEHHOCTH, MpoTeKaBuleil Ha (oHe oT-
CyTCTBUSI MpUOaBKU Macchl y Matepu. Ha 28-it Henene re-
CTallMU TI0 MaHHBIM Y3W muarHOCTHPOBAaHO MHOTOBOIVE
W 3aro[I03pEHO PA3BUTHE Y TUIOAA BPOXIECHHOU HU3KOW
KUIIIEYHOM HETIPOXOMMMOCTH. Pompl TepBble, TIpexkKme-
BpeMeHHbIe Ha 34-ii Hemesie, camocTosiTeJibHble. Macca
npu poxnaeHun 2480 1, nymHa Tena 47 ¢M, OlIeHKa 110 11IKae
Arnrap 8/9 6amnoB. B 1-e cyTku >XuU3HM MaJbuMK ObLT Me-
peBeNieH B XMPYPIrIUIecKoe OTIeNICHHE TSI HeOHOIIEHHBIX
NIETeN ¢ MOJO3PEHNEM HA HATMYME BPOXKIEHHON KUIIIEYHON
HenpoxoaumocTu. [To manHbM Y3, BeITIOJTHEHHOTO B 1-€
W Ha 3-U CYTKW XW3HW, ObUIM BBISIBJIEHBI PACIIMpeHHBIE
MeTIM KUIIeYHUKA, coaepxalire OOJbllioe KOJIUYECTBO
KUAKOCTH U Tra3oB. Co cloB Marepu, ¢ 3-X CYTOK XKWU3HU
y pebeHKa OTMEJAJICST YacThIil BOMSHUCTHIN cTyil. Ha 4-e
CYTKM XW3HU BBHITIOIHEHA MUAarHOCTUYECKasl JIarlapoCcKo-
Musi, TIPOBENEH aAre3VOJM3UC B CBSI3U C BBISIBICHHBIM
WHTPAOTepallMOHHO aare3WBHBIM TIEPUTOHUTOM, 3aUK-
CHpPOBaHA TIETVIST KUIIKKW K TIepeIHEN OPIOITHOW CTEHKE.
TTocneonepallMoOHHbII MEPUOJ POTEKAT O6€3 OCIIOXKHEHUI,
SHTEPAIbHOE MUTAHUE PACIIUPEHO 10 (U3UOIOTMYECKOM
MOTPeOHOCTH, TIPOBOAMIACH MH(Y3MOHHAS, aHTMOAKTEPH-
ajbHasl U MOCUHIPOMHAsI Teparusl.

B Bospacte 10 cyt )ku3Hu peGeHOK ObLT BHIMTUCAH B YI0-
BJIETBOPUTEJIBHOM COCTOSIHUM JIOMOW C JIMAarHO30M: KH-
IIeYHasT HeIPOXOAUMOCTh; BHYTPUYTPOOHBIN aAre3MBHBIM
TMEPUTOHUT; MHMPEKIIS, crielbUIHast A1 HEOHATATbHO-
TO Tleprofia, HEyTOUHEHHasl; TTepUHATAbHOE TUITOKCHYe-
CKU-TeMOpParnyeckoe MopaxkxeHue ToJJOBHOrO Mo3ra (BHY-
TPIKETYIOUYKOBOS KPOBOMBIUSHUE |-if CTETIleHW ClieBa),
epeOpasibHasi uieMus 1—2-if cTeneHu; TpaH3UTOpHas
JUCGhYHKIMST MHOKapaa; KOHBIOTALMOHHAS —THUIepou-
JIMpYyOMHEMUSI; HeAOHOIIeHHOCTh 35 Hen. Macca Tena
npu BbimUcke 2470 T (-10 T OT Macchl TIpU POKIECHUM).

Puc. 3. BHemmuii Bu pedeHKa ¢ BPOXKIEHHOM XJIOPHIHOM Ira-
peeii B nepuo HOBOPOKIAeHHOCTH. (CobcmeenHoe HabadeHue)
Fig. 3. Appearance of a child with congenital chloride diarrhea
during the neonatal period. (Own observation)
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3a BpeMs TOCMUTAIM3alMA B OWOXMMHUYECKOM aHa-
JIU3e KpOBM OTMEUEHa TEHACHIMsS K TUMOKAJIMeMUU
no 3,52 MMOJb/1 M HempsiMasi TUIepOMIMpyOMHEeMUsT
1o 27,2 mxmonb/n. Tlpu vccinenoBaHMM MMMYHOPEaKTHB-
HOTO TPUTICMHA Ha 7-¢ CYTKW JXW3HU BBISIBJIEHO TIOBBIIIIE-
HUe ypoBHSI (hpepMeHTa B CHIBOPOTKE KpoBU A0 120 Hr/mi
(HopMma — He 6osee 65—70 Hr/MIT).

Ha 3-u cyTkm mocjie BBIMTUCKM COCTOSIHME pebeHKa
YXYAIIUIOCH, CHU3WJICS allleTUT, Hapoca BSIJIOCTh, OT-
MeJarCh BMU30IMYECKUE CPBITMBAHUS TIOCIIE KOpMIIe-
HUs. YYacTKOBBIM MeIMaTPOM MPU OCMOTPE OTMEUYEHbI
CUMIITOMBI TOKCHUKO3a B COYETAHUU C MUKPOIIMPKYJISI-
TOPHBIMM HapylIeHUSIMU, 3a(hMKCUPOBaHa IMOTepsI B Mac-
ce 115 . Ilo TsKecTH COCTOSIHUSI MaJbuMK OBLIT TOCTIH-
TaJU3UPOBAH B OTIEJICHME TAaTOJOTUM HOBOPOKIEHHBIX
OJIHO¥ M3 MOCKOBCKUX JIETCKUX O00IbHUII. JlaHHbIE TTIepu-
HaTaJIbHOTO aHaMHe3a, MOBBIIIEHUE YPOBHSI UMMYHODE-
AKTUBHOTO TPUTICUHA Ha 7-€ CYTKW KU3HU B COYCTAHUU

KJINMHUYECKUE CJTYHAU

¢ pesyJbraTaMy TPOBEIEHHOTO 0OCIenoBaHUs (TUTTOKa-
nmueMust 2,35 Mmosb/a, runoHatpueMmust 110 Mmonb/i,
rurnoxjopeMust 57 MMoJIb/1, METaOOJIMYECKUIA aJIKaao3)
CTaJli OCHOBaHWEM JIJIsSI YCTAHOBJICHUS TIpeaBapUTEITb-
HOTO JIMarHo3a: MYKOBHCIIMIO3, CMellaHHas (opMa,
CpemHeTsDKeoe TedeHue; TiceBao-baprrepa cuHIpoM;
JUHAMUYecKasl KUIIeYHas HEeMpOXOAUMOCTh; OeTKOBO-
SHepreTHYecKass HeIOCTaTOYHOCTh |- CTeTneHU; Helo-
HomreHHOCTh 35 Hexd. C 1esiblo BepruUKALIUKM IMAarHo3a
pebGeHOK ObUT TOMOJHUTENBLHO oOcienoBaH. B Bo3pacre
14 mHeit XX13HM ObLIA TIPOBEIeHA IepBasi IT0TOBasI Ipooda,
pe3yabTaThl KOTOPOI TIPOAEMOHCTPUPOBAIN TTOBBIIIE-
Hue KoHueHTpaumuu NaCl B cekpere TOTOBBIX Keje3s
1o 81 MmMmonb/i (HopMa 1o 50 Mmmosb/). Bropast u TpeTbst
MPOOBI, BBIMOJHEHHBIE ¢ MHTEPBAJIOM 3 HeJl, TTPOAEMOH-
CTPUPOBAJI HOPMaJIbHBIE pe3yabTaThl. [1pu mucciemoBa-
HUU TTaHKpeaTUIeCKOI 51acTa3bl Kajia BBISIBIIEHO Pe3KOoe
CHUXEHUE ee ypoBHs 10 18,7 MKT/T.

Tabauya 1. JnarHoCcTHIECKHE KPUTEPHUH BPOXKIEHHOI XJIOPHIAHOM Iapen

Table 1. Diagnostic criteria of congenital chloride diarrhea

Kpurepnii

Bonsinucras auapesi, He 3aBUCSIAsI OT XapaKTepa BCKAPMIIMBAHUSI Y COXPAHSIIOLIASICS

BospacTHoii nepuosn
TTonuruapaMHUOH
AHTeHaTaJIbHBII Pacuiupenue neresb KullleUHMKA IJI0AA MO JaHHBIM Y3
IIpexneBpeMeHHBIC POIBI
OTCyTCTBUE OTXOXKICHUSI MEKOHUSI, YBEIMUCHHUE XKIUBOTA
Ha (hoHe TpeKpalleHuss KOpMJIEeHUs pedeHKa
Pannnii HeoHATAJILHBIN

IToTeps B Macce B mepBbie AHM Tocie poxkaeHust (6osee 10% oT Macchl Tesa mpy POKICHIH)

Z[I/IJIaTI/lpOBaHHbIe METJIM KMIIEYHUKA C O0JIbIIAM COACPKAHUEM XKUIKOCTU U BO3TyXa
B ITPOCBETE IO IaHHBIM VY3U unu PEHTIE€HOJIOTMYECKOI0 NCCICAOBaAHUA
FI/IHOHanI/ICMI/IH, TUIIOXJIOPEMUA C IMOCICAYIOIIUM IIPUCOCANHEHUEM IT'MIIOKAJIMEMUU U ME-

TabOJUUYECKOrO ajJKaao3a

Croiikasi BOASHUCTAs AMapest

Tunoxysopemus, TMIIOKaIMEeMusl, METaOOJIMIYESCKUM aJIKai03

IpynHoii u crapmmii Bo3pact TunepanpaocrepoHU3M

YBenuueHue ypoBHs X10puaoB B Kaie 6oaee 90—100 mmonn/a, [Cl] > [K]+[Na]
Pe3koe CHUKEHME MM OTCYTCTBUE XJIOPUIOB B MOYE

Tabauya 2. InddepeHnnanbHas TMATHOCTHKA BPOKIEHHON XJIOPUIHOM qUapen

Table 2. Differential diagnosis of congenital chloride diarrhea

IToka3aTenn

BpoxneHHasi XJIOpUIHas quapest

MyKOBUCIIHI03, CHHAPOM
ncesao-baprrepa

CuHapom
Baprrepa

DruTeauanbHble KISTKU
Jlokanuzanus ngedekTHoro oenka

TMOJAB3IOLIHON U TOJICTON KUILIKA

IMetna I[enie DK30KpUHHBIE XeJIe3bl

DIEKTPOIUTH KPOBU

Hatpuit Hopwma/CHiukeH Hopwma/CHikeH Hopwma/CHiukeH

Kammit CHIXeH CHIXeH CHIXeH

Xop —"— —"— —"—
BJIEeKTPOJIUTHI MOYU

Hatpuit Cauxen/Hopma [ToBeiiieH CHuxeH/Hopma

Kanuii —"— —"— —"—

Xiop CHukeH/OTCcyTCTBYeT —"— —"—
BEeKTPOJIUTHI Kaja

Xiop IMosbiieH [CI] > [K]+[Na]
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IMonyyeHHblE pe3ynbTaThl UCCAEAOBAHUI CTAIU J1O-
MOJTHUTETbHBIM OCHOBaHWEM I JUATHOCTUKUA MYKO-
BUCIMAO3a W Ha3HAYeHUs 3aMECTUTENIbHOM Tepamuu
MaHKpeatndeckumMu ¢depmeHtamu. [lpoBommiach aH-
ThbaKkTepuadbHass U WH(Y3noHHas Teparus. HecMoTpst
Ha TIPOBOAMMYIO Teparvio, 3a BpeMsl TOCITUTAIU3AIuN
y pebeHKa OTMeYalloCch CTOMKOE COXpaHEeHME 3JIEKTPO-
JINTHBIX HapyIIEHWH B BUIEC TUITOKAJIUEMUU, TUIIOHA-
TPUEMUM, TUTIOXJIOPEMHUU U METAOOIMYECKOTO aJlKaio3a.
Conepxanue AKTI, xopTu3zona, peHMHa B ChIBOPOTKE
COOTBETCTBOBAJIO HopMe. Hekymupyembie MeTabomnye-
CKUe U3BMEHEHHMS B COYeTAaHUU CO CTOMKUM yBeJTMYeHEM
o0beMa XUBOTa 3a BpeMsl HaOIoAeHUsT pebeHKa TToTpe-
6OBaJIM TTOBTOPHOTO MCKITIOUEHUSI XMPYPrHUUECKON Ta-
tooruu. [locie 3aBepiieHUsT 0OCIENOBaHUS B CTAIlMO-
Hape peOeHOK ObLT BBIITMCAH JOMOM ¢ peKOMeHIAIUSIMI
MTUHAMWYECKOTO HAOIIONEHUST U TIPOIOJIKEHHS TIprueMa
MaHKpeaTnIeCKnX (hepPMEHTOB.

B Bo3pacte 4—5 mec MaabuuMK HaxoAuJCsS Ha CTa-
LIMOHAPHOM JICUEHUU C AUATHO30M: OaKTepuaabHas WH-
ek HeyTOYHEHHasl; MEHWHTHT, TsKelas (opMa,
peuMaVBUpYIOIIee TeUeHHUE; TTPOrpeccupyoias THIPO-
medanust; BEHTPUKYJINT, TEPCUCTUPYIOIIAs ITUTOMera-
JIOBUpYCHAst THPEKIMS; SHTEPOKOIUTUIECKUM CHHAPOM
¢ manbabcopOuumeii. [lomyyan KOMITJIEKCHYIO Teparuio.
3a BpeMsl roCrUTaIM3alMKU oOpalliaii Ha ce0s BHUMAa-
HUE aHaJOTUYHBbIE MeTaboJMYecKre HapYIIeHUs B BUJIE
TUTTOKAJTMEMUYECKOTO, TUITOXJIOPEMHUUECKOTO ajIKaiosa,
TUTIOHATPUEMUM.

C 1ebio HeMpOXUPYPTrUIeCKO KOPPEKIIUU OKKITIO-
3MOHHONM ruapoledasuu B Bo3pacTe 6 Mec pebeHOK
ot nepeseneH B JAI'KB uM. 3.A. bamsesoii, roe emy
ObIJT YCTAHOBJIEH HAPYXHBIM BEHTPUKYJISIPHBIA ApeHaX
U MpoBefieHa BEHTPUKYIOIEPUTOHEOCTOMMS. 3a BpeMs
HaXOXJIEHUS B CTallMOHape obpalial Ha cebs BHUMaHNe
SKUIKUT BOTSTHUCTBIN CTYJ 10 5—6 pa3 B cyTku. [Tpwm Tima-
TeJTBbHOM COOpe aHaMHe3a YCTAHOBJICHO, YTO BOMSTHUCTAsI
Iuapest oTMedanach y pebeHKa ¢ pOXAECHUs, TIPU 3TOM
XapakTep CTyjla, HAalTOMWHAIOLIETO MOYY, U MOCTOSTHHOE
HCTOJb30BaHUE TOATY3HUKOB 3aTPYIHSIN KOPPEKTHYIO
OLIEHKY €r0 4acTOThl U KOHcUcTeHnu (puc. 4). [1pu no-
BTOpHOM Y3U OpraHoB OpIOIIHOI MOJIOCTA OTMEYascs
BBIpDAXXEHHBI TTHEBMATO3 KHUIIEYHUKA, OBIT BBISIBJICH
HedpoauTnas.

VYuuteiBasi XapakTepHble KIMHUKO-aHaMHeCTHYe-
ckue cBefeHus (0epeMeHHOCTh Ha (poHe MHOTOBOIMS,
pacivpeHHble TEeTIM KHWIIEYHUKA TUIoJa 10 JaHHBIM
V3U, mpexneBpeMeHHbIE pOIBI, BONIHUCTHIA Xa-
paKkTep CTyla C POXIEHWSI, HalUuyhe CTOMKUX DJIeK-
TPOJIMTHBIX HApYyUIeHU B BUIE TUITOKATUEMUU, THU-
MOXJIOPEMUM, TUIIOHATPUEMUU W METabOJMYECKOTO
aJikago3), 3aroa03peHa 6poXHCOeHHASA XA0PUOHAS Juapest.
B xome IOMOTHUTENBHOTO OOCIIETOBAHUS YCTaHOBJIE-
HO YBeJWUYEHHE OKCKPELUU IJIEKTPOIUTOB C KaJllOM
(xmmop 121,0 mmonw/n, Hopma 20—40 MMoOIb/J; HATPUI
109,0 mMmonb/n, kanuii 28,0 MMob/i1). JlONOTHUTEIBLHO
MPOBEJIcHHOE TeHETUYECKOe MCCIIeI0BaHNE BBISIBUIIO

axaposa U.H. u coaem. XnopuaHasi iuapes y peoeHka 8 Mec KU3HK

MyTanuio B 8-M 3k30He reHa SLC26A3, 9TO TIO3BOIMIIO
OKOHYATEJIbHO TTOATBEPAUTH AUATHO3 6PONCOCHHOU XA0-
puonoti ouapeu 1-20 muna.

3a BpeMst HaOIOAeHUS B TIEAUATPUUECKOM OTAEJICHUN
Ha (poHEe HempepbIBHOW 3aMECTUTEbHON MHMY3MOHHOM
Tepanuy COJEBBIMM PAcTBOpPaMH YAaloCh HOPMAaM30-
BaTh YPOBEHb 3JIEKTPOJUTOB B CHIBOPOTKE KPOBU U TTO-
CTETICHHO TIepeBeCTH pebeHKa Ha OpabHYIO THApATAIlHIO
pacTBOpPOM peruapoH B oobeme 10 30—50 MJI/KT B CYTKU.
KynupoBaHue 57eKTPOJUTHBIX HapyIIeHUN CIoco0-
CTBOBAJIO CTOWKOMY VIYYIIEHHWIO COCTOSIHUSI pebeHKa
W TOCTWKEHMIO aJIeKBaTHBIX TEMITOB MPUOABKU B Macce
(+1300 r 32 2 mMec), HECMOTpPSI Ha COXpaHEHUE MaToJo-
TMYECKOTO BOASHMCTOTO XapakTepa cTyna. B Hacrosiee
BpeMsI peOGEHOK TTPOA0JIKAET HAXOMUThCS Ha KATAMHECTH -
YeCKOM HaOJIOIeHNH, €XeIHEBHO TOJyJaeT PEeruapoH
B o0beme 1o 300—400 M B cyTKu, Ha (hOHE Yero ypoBeHb
3JIEKTPOJUTOB KPOBU M TTapaMeTphbl KUCIOTHO-IIIEJIOUHO-
TO COCTOSTHUSI OCTAIOTCSl B TIpeneiax HOPMBI. 3a TIepuoJ
HaOJTIOMEeHNsT ¢ MOMEHTAa BBIMTUCKU M3 CTallMOHapa Io-
BTOPHBIX TOCTIUTAIM3AIMI [UTS TIPOBEACHUS UH(DY3UOH-
HO# Tepanuu He norpedoBasioch. B Macce mpoposkaer
MpuOABIATH B COOTBETCTBUM C BO3PACTHOI HOPMOIA.

3aknovyeHue

TIpencraBieHHbII KIMHUYECKUI CTydail JeMOHCTPU-
pPYET CJOXHOCTU AUATHOCTUKU BPOXKIECHHOUN XJIOPUIHOM
IVaper M BO3MOXKXHOCTH Pa3BUTUS OCJIOXHEHHWI 3a00-
JieBaHMsT (HedponauTras), 0O0YyCIOBIEHHBIX IJIUTETbHBIM
OTCYTCTBUEM asieKBaTHOM Tepanuu. [1oapoOHbIit aHanu3
aHaAMHECTUYECKUX JaHHBIX (BKJIIOYasi 0COOEHHOCTU aH-
TeHaTaJbHOTO aHaMHe3a), KOPPeKTHasi MHTepIpeTaiust
KJIMHWYECKOW CUTyalluu M KOMILJIEKCHOE 00CieIoBaHNe
IUJIST OTIpeeICHUST MPUYMH METa00INUeCKUX HapyIIeHUIt
(BKJTIOYAsT MCCIeAOBAaHUE YPOBHSI 3JIEKTPOJIUTOB B MOYE
M Kajie) CIIOCOOCTBYIOT CBOEBPEMEHHOI TOCTaHOBKE
IMArHO3a M SIBJISTIOTCS 3aJI0TOM TPOMPUMIIAKTUKKA OCJIOXK-
HeHuit 3a00J1eBaHusI.

Puc. 4. XapakTep cTy/1a y pedGeHka B Bo3pacte 8 mec.
(Cob6cmeennoe Habarwdenue)

Fig. 4. The nature of the stool in a child at the age of 8 months.
(Own observation)
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