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Pesome

BpoxaeHHan xnopuaHaa anapea — 3T0 reHeTnYeckr AeTepMUHMPOBAHHOe 3aboneBaHue, 00yCI0BAEHHOE MyTalluel reHa
SLC26A3, pacnonoeHHoro Ha 7-i xpomocome B nokyce 7g31. OH KoaupyeT TpaHCMeMOPaHHbIA NPOTENH-NEPEHOCUMK, KO-
TOPbIV B HOPMe MPUCYTCTBYET B TOACTOW V1 TOHKOW KHLLIKe, Fe 0TBeYaeT 3a abcopbLvio X10puaoB. BpoxgeHHan xnopuaHas
Avapen nepefaerca no ayToCOMHO-peLeccMBHOMY TIMY. B HacToALlee BpemA onucaHbl pasHble Tnbl MyTaumii 8 SLC26A3.
Mpv fedekTe reHa HapyLLaeTca CMHTE3 Oeflka, B Pe3ysbTaTe Yero CHUXaeTCA BCachiBatollas GyHKUMA KULWEYHOrO SIUTems,
4TO COMPOBOX/AETCA Pa3BMTHEM AMAPENHOMO CUHAPOMA.

B AaHHOW CTaTbe OMUCAH KNMHWUYECKMIA Clydait BPOXAEHHON XNOPUAHON Anapen. KNMHWYeCKni Ciydal eMOHCTpUpyeT
HecBoeBpeMeHHYI0 MOCTAaHOBKY AMarHo3a, HECMOTPA Ha Hanuume xapakTepHbIX MPU3HAKOB 3aboneBaHMA ellje Ha dTane
BHYTPUYTPOOHOTO Pa3BUTUA NNofa. PaHHAA AMArHOCTVKa M CBOEBPEMEHHO HauaToe neyeHvie onpeaensaioT 6naronpuaATHLIA
NPOrHO3 3a00N1eBaHUA 1 rapaHTUPYIOT COXPaHEeHNe KaueCTBa »KU3HU NaLvieHTa.

KntoueBble ciioBa: BpOXKAeHHaA X10pMaHaA anapes, Manabcopbuwa, ren SLC26A3, netw

KoHbnuKT mHTepecoB. ABTOPbI 3aABNAIOT 00 OTCYTCTBM KOHGAVKTA MHTEPECOB.
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Summary

Congenital chloride diarrhea is a genetically determined disease caused by a mutation in the SLC26A3 gene, located on
chromosome 7 at the 731 locus. It encodes a transmembrane transport protein that is normally present in the colon and
small intestine, where it is responsible for the absorption of chloride. Congenital chloride diarrhea is an autosomal recessive
congenital disease. Currently, different types of mutations in SLC26A3 have been described.

If the gene is defective, protein synthesis is disrupted, as a result the absorption function of the intestinal epithelium decreases,
which is accompanied by the development of diarrhea syndrome. This article describes a clinical case of congenital chloride
diarrhea. Clinical case demonstrates a late diagnostic, despite the presence of characteristic signs of the disease even at the
stage of intrauterine development of the fetus. Early diagnosis and timely start of treatment determine a favorable prognosis

of the disease and guarantee the preservation of the patient’s quality of life.
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Conflict of interests. The authors declare no conflict of interest.

BBepeHune

BpoxpaenHas xnopupHas guapes (BX]]) — ayro-
COMHO-peIleCCUBHOE HaC/IeACTBEHHOE 3a00/IeBaHNe
(OMIM 214700), KOTOpOE OTHOCUTCS K PEIKUM Bapy-
aHTaM 0CMOTMYECKOII iapey ¥ CBA3aHO C HapyIIeHN-
€M BCachIBaHIA XIOPU/IOB B KMIeYHNKe. 3aboIeBaHe
obycoBieHo myranyeii rena SLC26A3, pacrionoxxeH-
HOTO Ha 7-I1 XxpoMocoMe B 1okyce 7q31. OH Kopupyet
TpaHCMeMOpaHHbIN POTENH-TIEPEHOCYNK (alMKajIb-
HbIl siMTenuanbubiit rpancnoprep ClI/HCO, "), koto-
Pblil B HOpMe IIPUCYTCTBYET B TOICTON M TOHKOIA KMIIIKe,
IZle OTBedaeT 3a abCOpOIMIO XI0pI0B. B HacToAIIce
BpeMsi onmcaHo 6omee 30 myTaruit B SLC26A3. IIpu zne-
(exTe reHa HapyIIaeTcs CMHTe3 6e/IKa, B pe3ybTare
Yero CHYDKAETCs BCAaChIBAIONIAsA GYHKIVA KUIIEYHOTO
anuTenuA. BpoxaeHHas XnopuiHas fuapes nepeaeT-
41 110 ay TOCOMHO-PeIleCCMBHOMY THILy. [l pasBuTusA
3a60/eBaHIsI PeOEHOK JO/DKEH IOMYYUTh 110 OFHOMY
MYTaHTHOMY FeHY OT Ka>kJ0T0 13 popurerneit [1-4].
3aboeBaHNue BCTpedaeTCA KpaliHe pefiKo, Ha ce-
TONHA B MEUIVHCKON TNTepaType eCTh CBeJIeHN A

0 HECKOJIBKMX COTHAX cmydaeB. Yame Bcero BX]I
IVATHOCTUPYeTCA y meTeil B cTpaHax Ilepcupackoro
sanusa (1:5000), Punnaaguu (1:30 000), [Tonbure
(1:200 000) [5].

ITpu ipaBuIbHOI paboTe XKeNy[OIHO-KUIIEYHOTO
TpakTa 06paTHOE BCachIBaHME MIOHOB XJIOpa IIPOMC-
XOJUT IAaCCUBHO B 12-IepCTHON M TOLIEN KUIIKAX,
AKTUBHO — B [IMCTA/TbHBIX OT/I€/IaX TOHKOIT ¥ TOJICTOI
KIIIKaX. DTOT MEXaHM3M COXpaHAeT 3/IeKTPOTUTHOE
paBHOBeCHe MeX/y MOHAMU HaTpuUsA U X/I0Pa, MOJ-
Iep>KMBaeT BOAHDIN 6amaHc B opranusme. I1pu Bpox-
IEeHHOI XTIOPUHOI Arapee HapylIaeTcs QyHKIUA
6eKa-repeHOCYMKa MOHOB XJI0Pa, II09TOMY aKTUBHA A
abcopO1VLA 57IEKTPOINTA He IIPOUCXOINT, B pe3yyIbTa-
Te 4ero OH B OOJIBIIIOM KOINYECTBE 9KCKPETUPYETCA
¢ kasom [1, 2].

[ToBpIlIEHHDIE TTIOTEPY XJIOPKJIA C KaJIOM BbI3bIBa-
10T 3aKJUC/IeHNe KMIIEYHOTO COJep>KMMOTro, I'MII0X/I0-
peMnio, MeTaboMM4ecKuit ankanos. VI36bITOK Xmopa
B KQJIOBBIX MaCCax MMOJaB/IsieT 0OpaTHOe BCAChIBAHNE
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HaTpM:A U3 KUIIEYHMKA, B pe3y/IbTaTe 4Yero B IPOCBET
KVIIKY aKTMBHO MOCTyMHaeT Bofia. Tak pasBuBaeTcsA
ocMoTHYecKas fuapest. Ycyry6eHe 3/1eKTPOIUTHOTO
pucbanaHca B KPOBM aKTUBMU3UPYET PEHUH-aHIVO-
TEH3MH-a/IbJJOCTEPOHOBYIO CUCTEMY, IIPOBOLUPYET
BTOPMYHDIN IUIIEPANTbAOCTEPOHNU3M [1,2,6,7].

Knmnundeckas KapTHa BPOXXJeHHOI XJTOPUAHOM
muapey CKaaJblBaeTcA U3 MPeHaTalbHbIX U MOCTHA-
Ta/IbHBIX CUMIITOMOB. B nepuope 6epemMeHHOCTY IpK
IIJIAHOBOM Yy/IbTPa3ByKOBOM CKPMHMHTIE ONpefiens-
€TCS MHOTOBOJ M€, BU3YaIU3UPYIOTCA PaCIIMpPEHHbIe
U 3aII0THEHHbIE XMIKOCTHIO TIeT/IM KMIIeYHMKA Y TI/10-
ma. bonbMHCTBO fleTell ¢ XIIOpUAHOI Auapeeil pox-
JAITCA NOCPOYHO — paHblie 37-11 HeJle/IN TecTalyuu.
Bo Bpems pojjoB OBBIIIAETCS PUCK MHTPAHATAILHOM
achUKCUY U BPYTUX OCIoXKHeHumIL. IIpexxeBpeMeHHbIe
POZABI M OTCYTCTBUE MEKOHMUA JAIOT BO3MOXKHOCTD
IPeAIIONIOKUTb Ha/i4ne TaHHOTro 3a60/IeBaHIs ¥ HO-
BOpOXJIeHHOTO [1, 2, 6, 7].

OcCHOBHOII TOCTHATaNbHbII NpusHak BX]] — vac-
TBIJ KUJKUIL CTY/I € IepBbIX fAHeit xxusuu. Habmo-
JaeTcsA yBeIMYeHMe Pa3MepOB XXUBOTA, OcabieHme
nepuctanbTuKu. Juapesa HOCUT NPOdy3HBIN Xa-
paKTep 1 MpUBOAUT K TsXKenol gerupgpatanun. Kan
COZIEP>KUT OONBIIOE KOTUYIECTBO XUKOCTH, Me-
€T CBET/IO-KEJIThIil IIBEeT 1 BHEIIHe IIOX0XX Ha MOYy.
Konnyectso fedexannit gocruraer 15-20 pas B ieHb.
HoBoposxgeHHbIe UMEIOT C1abbIil COCATeNbHBII
pedriexc, OTKa3bIBalOTCA OT TPYAM MM Oy THIIOUKI.
OHU Me[j/IeHHO HAOUPAIOT MACCY TeNla, B TSKEIbIX
c/Iy4asX BeC OCTAaeTCs Ha OJHOM YPOBHeE WM Jake
yMmeHnbaercs. [Iporpeccupyromas gerugparanmus
B COYETAaHUM C TMIIOKaJMeMIeNl U TUIIOHATpueMIeit
MOXXET CTaTh IIPUYMHOM JIeTaJIbHOT O ICXO/]a B IIepPBbIe
HeJie/IV YKM3HY HOBOPOXXZieHHoro [1, 2, 6, 7].

ITo mMepe pocra pe6eHKa CTAHOBUTCS 3aMETHBIM
oTcTaBaHye B GpU3NIECKOM pa3Butuu. Bo B3pociom
BO3pacTe MOI'yT BOSHMKATh BHEKMIIEYHbIE IPOAB-
nenus BX]I, KoTopble MOTYT BO3HUKATh HECMOTPA
Ha YCIIEIIHYI0 KOPPEKIINIO 9/IeKTPOIUTHOTO AucHa-
naHca. CaMbIM pacIpOCTpPaHEHHBIM OCIOXHEHU-
eM sBJIeTCsI XpOHMYecKas 60/1e3Hb MMOYeK, TaKXKe

KnuHunuyecknn cnyvanm

[TamumenTt M., 12 Mec., IOCTyNNII B IIeJUATPUIECKOE
otpenennie HVKV nepmatpuy u feTCKOM Xupyprun
umenu akagemunka I0.E. Benbruinesa ¢ sxamobamu Ha
YaCTbIi BOASTHUCTDII CTY 10 10 pas B cyTKM, Aedpuunt
Macchpl Tena. VI3 aHaMHes3a M3BECTHO, YTO IIPU IPO-
BefieHun Y 3VI-CKpMHIHTA BO BpeMsA 6epeMeHHOCTI
OIpeJieNAIOCh MHOTOBOJME, pacllMpeHye MeTelb Ku-
IIeYyHYKa [10/1a. Pe6eHOK pofu/ICcs Ha CpoKe 33 Hefernu.
Becpu poxxgennn 2200 1., gyinHa Tena 42 cm. OneHka
1o mKane Anrap 5/6 6amnos. Ilocse poxaeHns oTMe-
Ya70Ch OTCYTCTBUE OTXOXEHNUSA MEKOHM A, 9aCThIN
BOJSAHUCTBIN CTYII, B3 yTHe )XMBOTA. PebeHOK mepe-
BeJIeH B OT/e/IeH)ie TaTO/IOT UV HOBOPOXXIEHHBIX, Ije
B X0fle 00C/IefoBaHIIsI ObIIa CK/TIOUeHa BPOXKACHHA
KUIIeYHas HempoxoanMocTb. Ha 7-e cyTku usHun
IpOBe/IeH HEOHATAIbHBII CKPMHHT, 110 pe3y/IbTaTaM
KOTOPOTO TeHeTH4Yeckye 3a60IeBaHNA He BbIABICHBIL.
B Bo3spacTe 6 MecsALleB rOCIMTAaNM3MPOBAH B IIeINaTPU-
YecKoe OT/Ie/IeHIE TT0 MEeCTY )KUTEe/IbCTBA, C XKaIobaMu

BCTPeYarTCsl MaXOBble IPBDKY, MY)XCKOe becIiope,
BOCIIA/INTENbHbIE 3a00/TeBaHM s KMIIEYHNKA.

OCHOBHBIMY OMOXVIMIYECKIIMY M3MEHEHVISIMU ITPIL
BX]I siBnsroTcs runoxnopemust (menee 100 MMosIb/m),
runoHarpuemns (MeHee 130 MMOIB/), KOTOpbIE
B Ja/IbHEIIIEeM TOIOMHIITCA MeTab0oINIeCKIM aJl-
KaJI030M VI T'MITOKa/IeMyent. Peakiims Moun 1jeouHas,
YPOBEHb XJIOPUIOB B MOUe CHYDKEH. DKCKpelys XI0-
pu0B ¢ kasioM 6ojee 90 MMOJIB//T 1 TIPEBBILIAET CYM-
MapHYI0 9KCKPeINIo MOHOB HAaTpuA U KajnuA. B 60m1b-
IIMHCTBE C/Ty4aeB 3TOTO JOCTATOYHO /I AMaTHOCTUKI
3abo/eBaHus1, 0COOEHHO IIPU HATMYUY XapaKTEPHOI
KIMHM4YecKon kapTuHsl. [lleoynas peakius kana
ncknovaer guarnos BX]I. B Hacrosamee BpeMs f0-
CTYITHO TeHeTUYeCKoe MCCefjoBaHue, Mpu KOTOPOM
BoLsaBisieTcs fedext rena SLC26A3 [1, 7.

3aboneBanne fubdepeHUPYIOT C BPOXKAEHHOI
HaTpUEBON Auapeei, cuHapoMoM baprrepa, conbre-
pstoieit GopMoIt afpeHOreHUTATBHOTO CUHPOMA.
Heo6x0a1Mo UCKTI0YNTb 60/1€3Hb [ MpLITIPYHTa U APY-
rye MPUYMHBI KUIIeYHOV HeIPOXOAUMOCTH, IMEI0-
II11e CXOHbIe CUMIITOMBI B HEOHATATbHOM II€PUOJE.
ITpy OTCYTCTBUY IPYOBIX 9/1eKTPOMTUTHBIX HAPYLIEHMIT
nnddepeHINaTbHYIO0 FUATHOCTUKY IIPOBOAAT C KI-
meyHbIMY MHeKmsamu [1, 7].

B apceHnasne Bpadeil OTCYTCTBYIOT Ipelaparsl,
KOTOpble HOPMa/IM3yIOT HAapYIIEHHBI ITpoiecc ab-
copbuun xnopa B KuuieqHuke. OCHOBY JIeYeHN CO-
CTaBJIsIeT TIOXKM3HEHHAs 3aMeCTHUTe/IbHAs Tepanims
anekTponutamu. [lanreHTaM Ha3HAYaIOT PaCTBOPEI
XJIOPU0B HATPUSA U Kajns, JO3MPOBKA KOTOPBIX
OIlpefie/IAeTCs 110 pe3ynbTaTaM 6MOXMMUYIECKOTO
CKPUHJHTA KPOBU ¥ MOYN.

[Ipm ycmenmrHOM IpOBeIEHUM CONIEBO MOAmep-
JKKIJ IPU3HAKY BPOXKJEHHOI XJIOPUIHON Auapen
YMEHBIIAIOTCS CTY/I BO3HUKaeT He 6oee 2-5 pa3
B CYTKI, OT/Ja/IEHHBII IPOTrHO3 OTHOCUTEIBHO 6/1aro-
HpUATHBII [1, 7].

ITens paGoTHI: ONTUMU3UPOBATD AUATHOCTUKY
BPOXX/IEHHOII XJIOPUIHOI AMapen IIyTeM BHE[|peHU s
TeHETNYeCKOr0 CKPYHMHIA Y JieTell C CMHAPOMOM Ma-
nabcopOIyM Ha IpUMepe KIMHNYIECKOTO CIydast.

Ha OOMJIbHDII, BOAAHUCTDIN CTY 1o 10-12 pas B cyT-
K1, BBIPa)KEHHOE 6eCIIOKOICTBO, IOXYI0 IPUOaBKy
Macchl Tela. B cranmonape 6bl1 BHICTaBIEH MAarHO3:
JMaKTa3Has HeJOCTATOYHOCTD, AUCTPOPMA IO THITY
runorpoduu 2 ct. [IpoBefieHo neyeHe: 6e31aKTO3Ha
aJlalTMPOBaHHAA CMeCh, TAHKPeaTyH, ITTII0K030-CoJIe-
Bble pacTBOpbl. Ha ¢oHe maHHOTO /edeHMsT pebeHOK
craj 6ojee aKTUBHBIM, HpnbaBu B Bece 250 I. 1 6bU1
BBIMMCAH U3 CTALMOHAPA [IOf] HAOTIOfeH e YIaCTKO-
BOTO IefinaTpa. B Bospacre 8 MecslleB 0TMe4anoch
YXYALIeHNEe COCTOsHMS. Pe6eHOK OblI ToCIuTaIN-
3MpOBaH B MHQEKIMOHHOE OT/e/NeHIE 10 MeCTy XKI-
TeIbCTBA C )Ka/I06aMU Ha YaCThIil BOAAHUCTBII CTYI IO
10 pas B CyTKM, OTKa3 OT €Jibl, CHVU)KEHIE MACChI Tela.
B xope o6¢cenoBaHust ObIT BHICTABIIEH AMATHO3: XPO-
HIYeCKOe PacCTPOIICTBO MUTAHM; AePUIIUT MACChI
Tema 2 CT.; OCTpasi KnueyHast MHQPeK s HesICHO
3THONOTUY, TAKeNoe TeYeHNe; TOKCUKO3 € IKCUKO-
30M 2 CT.; aHeMu:A cpefHeli crenenu. [Iposeneno
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NedeHye: aHTUOAKTepUanibHas Tepammns, IITIK030-
COJIeBbIE PACTBOPHI, MHPY3MOHHAS Tepans, CMeKTUT
nuoskragpudecknii. Ha ¢poHe medenns cocrosinme
CTaOMIN3MPOBATIOCD, TTALMEHT C YIyYIlIeHNeM BBIIN-
CaH M3 CTallMOHapa.

[Tpy mocTynieHun B meguaTpuieckoe OTHeNeHue
HWKU nepuatpun nmenn akagemuka I0.E. Benbrumesa
cocTostHMe peGeHKa CpefIHell TAXKeCTH; CO3HAHME SICHOE;
(busndeckoe pasBuTIe HIDKE CPEIHEr0, FTAPMOHIIHOE
(Bec 9 xr (10 meprieHTNUNB), pocT 82 cM (10-25 mepiieH-
TUJIb)); XKMBOT HE3HAUUTEIBHO YBEINYeEH, IIPY Ha/lb-
HMalyy OTMeYaeTCsl YpYaHUe 110 XOAY KUIIeUHNKaA.
ITo pesynbratam 1a60paTOPHOI AMATHOCTUKM BBISIB-
jieHa runoKaaneMuns (3,4 MMOJIb/I), TUIIOXJIOPEMM S
(90 mmonb/m), rumonarpuemusi (130 MMOIB/TT), CHYKe-
HIe YPOBHA Ka/, HaTpus, Xnopa B Mode. ITo pe3ymb-
TaTaM MCC/IENOBaHNs IIOKa3aTe/lell OCHOBHOIO 0OMeHa
obpaiany Ha ce6s BHMMaHMe IPU3HAKI MeTabonnde-
CKOTO ajiKasnosa: nosbiuleHne pH 1o 7,49, nosblleHne
yposHu: BE 110 6,3 MMonb/n. I1o JaHHBIM KOIIpONIOT MY —
KaJl HeopOPM/IEHHBDIIT, aMUIOPEs.

3aknyeHune

BpoxpenHas xnopupnHas uapes ABNAETCA TPYSHO
AVATHOCTYPYEMOI IIaTO/IOTMEN B CUJTy €€ PEeJKOI pac-
NPOCTPAaHEHHOCTN. JJaHHBI KIMHUYECKUIL ClIydan
TEMOHCTPUPYET HECBOEBPEMEHHYI0 IOCTAHOBKY I1ar-
HO3a, HEeCMOTPS Ha Ha/IM4/e XapaKTePHBIX IIPU3HAKOB
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Ha ocHOBaHMM JaHHBIX aHAMHE3a XU3HU (TI0NIN-
TMAPAaMHUOH, PacIIMpeHye eTe/lb KMIIeYHMKA II/I0-
fa 1o pesynbraTaM Y3Vl B aHTeHaTa/lIbHBIN MEPUOT,
POnbI Ha CpoKe 33 Hefien 6epeMeHHOCTH, OTCYTCTBYE
MEKOHM ), ’Kano6 Ha BOJAHMCTDII MHOTOKPAaTHBI
CTYJI, JAaHHBIX Ta6OPATOPHOIL AMATHOCTUKMY (TUIIO-
HaTpUeMMs, TUIOKATNeMN s, TUIIOXI0PeMU s, CHU-
JKeHJe 9KCKPeI[ M 3/IeKTPOINTOB B aHaM3e MOYl,
MeTabOoNMMIecKnil aIKaao3), 3al003PeH [MarH03:
BpOXZeHHasA CeKpeTopHas guapes. PeGeHOK Obl
HaIlpaBJieH Ha reHeTu4YecKkoe uccnegosanue. Ilo pe-
3y/IbTATaM F€HeTI4YeCKOT0 MCCIelOBAHNA Bbl AB/ICHA
KOMIIayH/JI-TeTepO3UroTHasA MyTauus B rene SLC26A3:
€.951_953delGGT, ¢.1136>T. Takum ob6pasom, Obin
YCTaHOBJIEH OKOHYATE/IbHBIN UAaTHO3: BPOXKIEHHAA
XmopumHaA guapes. ITocie IOCTaHOBKM iUarHO3a pe-
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