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Pesiome

BpoxpaeHHas xnopwaHas anapes — ayTOCOMHO-peleccrBHoe 3aboneBaHie, pefiKkuii BApUaHT OCMOTUYECKO apen.
BONbWMHCTBO ONMCAHHBIX ClyYaeB OTHOCATCA K Tpem pernoHam — QuHnanany, Monblue, cTpaHam Mepcuackoro 3anmsa.
3aboneBaHuie obycnosneHo MyTaumelt B reHe SLC26A3, KOTOPBbIN T0Kanu3yeTca Ha 7 XpomMocoMme (nokyc 7g22-g31).

MepBble NPU3HAKM BPOXKAEHHOW XNOPWAHON AMaper HauMHaloT Pa3BMBaTbCA BHYTPUYTPOOHO, Bbi3biBaA MHOTOBOAME
1 npexaespemMeHHble pogbl. [1pu ynbTpas3ByKOBOM UCCIELOBAHWM NA0OAa ONPEAENATCA Pa3fyTble NeTn KUWEYHUKA, 4To
B COBOKYMHOCTM C OTCYTCTBMEM MEKOHUA NOCE POXAEHNA NPUBOANT K OLIMOOYHON ANATHOCTHKE KULIEYHOW HEMPOXOAM-
MOCTM 1an 6one3Hn MpLnpyHra 1 K HE0HOCHOBAHHOMY XMPYPruyeckoMy BMeLlaTenbCTBY. OCHOBHBIMM MPOABAEHNAMY
3ab0neBaHVA ABNAIOTCA BOAAHUCTAA Anapes, AernapaTtauys, HeoCTaToOUHbIA Habop MaCChl, TMMOXIOPEMNR, TUMIOHATPHEMUS,
rUnoKanvemms, MeTabonuueckunii ankano3s. JKCKpeLmua XIOPUAOB C KanoMm Bbille CYMMAPHOW SKCKPELMW HAaTPKA 1 Kanws.
ConeBas NOAAEPKKA B BMAE 3aMECTUTENbHOW Tepaniv XNOPYAOM Kanua v XIOPUAOM HaTPUA ABNAETCA OCHOBHbIM METOAOM
neveHuA. [py CBOEBPEMEHHON NOCTaHOBKE AMarHO3a 1 aeKBaTHOM leYeH I NalneHTbl AOCTUraoT B3POC/ON XWM3HW. Tepanua
KynupyeT 3NeKTPONUTHbIE HAPYLWEHWA, OAHAKO AMapea COXPaHAETCA.

B teueHwne 20 neT Ham BCTPETUANCH 3 NaLMeHTa C KNacCUYeCKom KNMHUYECKOW KapTUHOW BPOXAEHHOM XNI0PUAHON Arapen
C AanbHeNWrM NoaTBepKaeHeM MyTaumn B rere SLC26A3. Bce getv poannmch NpexaeBpemMeHHo, y MaTepeit BO Bpems
OepemeHHOCTM OTMEeYaNnoCh MHOTOBOAKE, Y MNI0Aa — PaclUMpeHyie NeTenb KUWeUHVKa NPy yNbTPa3ByKOBOM UCCNEf0BAHUY.
[lBoe onepumpoBaHbl B paHHeM Bo3pacTe (N0AO3peHNe Ha KULWEYHYI0 HeMPOXOAMMOCTb 1 6onesHb MMpwnpyHra). Ha nepsom
rOAY *K13HM 0bpalLany Ha ceba BHUMAHME XUAKUIA CTYA, TUNOTPOGUA, MHOKECTBEHHbBIE CTUMMbI AM33MOpHOreHesa, 3aepKa
NCUXOMOTOPHOTO pa3BuTvA. OnH U3 NaLMEHTOB HaMK HAONIOAAETCA B TeUEHWe NATM IeT, C MOMEHTa MOCTAHOBKM AMarHo3a
no HacTodllee BpemaA. PebeHOK NOCTOAHHO NONYYaeT Tepanmio XA0PUAOM HAaTPKA 1 XOPUAOM Kanus, GUsnyeckoe 1 Ncrxo-
MOTOPHOE Pa3BUTVe COOTBETCTBYET BO3PACTY, INEKTPOIMUTHBIX HAPYLUEHWUIA HET.

KntoyeBble cnoBa: BpoxAeHHaa xnopuaHas anapes, aetu, red SLC26A3

KOHONUKT nHTepecoB. ABTOPbI 3aABNAIOT 00 OTCYTCTBMM KOHOANKTA HTEPECOB.
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summary

Congenital chloride diarrhea is an autosomal recessive congenital disease caused by a mutation in the SLC26A3 gene mapped
to chromosome 7 (locus 7g22-g31). At the beginning of the 21st century, more than 250 cases of congenital chloride diarrhea
have been reported, mostly in Finland, Poland, Kuwait, and Saudi Arabia, single cases appear all over the world.

SLC26A3 gene encodes an intestinal CI~/HCO,” exchanger, a defect of which causes malabsorption of CI-in the ileum and
colon. The disease can be revealed during pregnancy by polyhydramnios, dilated intestinal loops of the fetus on sonography.
Most children are born prematurely. Visualization of distended bowel loops and the absence of meconium after birth often
leads to unnecessary surgical intervention due to suspected intestinal obstruction or Hirschprung’s disease. The main features
of the disease are watery diarrhea, dehydration, failure to thrive, hypochloremia, hyponatremia, hypokalemia and metabolic
alkalosis. Fecal chloride excretion is higher than total sodium and potassium excretion. Treatment consists of potassium chloride
and sodium chloride replacement therapy. Nowadays patients with adequate treatment reach adulthood but the long-term
prognosis is unknown. Therapy stops electrolyte disturbances, but diarrhea persists.

Since 2003, we have observed 3 patients with clinical signs of congenital chloride diarrhea with further confirmation of
amutation in the SLC26A3 gene. All the children were born prematurely, the mothers had polyhydramnios during pregnancy,
and the fetus had dilated bowel loops on ultrasound examination in utero. Two patients underwent surgical treatment because
of suspected intestinal obstruction or Hirschsprung’s disease in early neonatal period. Before salt substitution therapy, all
children had watery diarrhea, failure to thrive and delayed psychomotor development. We have been observing one of our
patients for five years from the moment of diagnosis until now. The girl receives therapy with sodium chloride and potassium
chloride, her physical and psychomotor development corresponds to her age, there are no electrolyte abnormalities.

Keywords: congenital chloride diarrhea, children, SLC26A3 gene
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BeBepeHune

BpoxjenHas xnmopugHas guapes (BXI) - ayTocoMHO-
pelieccuBHOE HaclefcTBeHHOe 3aboneBanne (OMIM
214700), KOTOpOE OTHOCUTCS K PeAKUM BapuaHTaM
OCMOTMYECKOJ AMapen ¥ CBA3AHO C HapyIIeHNeM
BCACBIBAaHU X/IOPUOB B KUIIeYHNKe. 3abomeBaHme
obycnosneHo myTanueit rena SLC26A3, HaxopAme-
rocsi Ha 7 xpomocoMe (mokyc 7q22.3-q31.1) u xopu-
pyIolllero TpaHCMeMOPaHHbII 6€TOK — alVKaIbHbII
snuTennanbHbii Tpancnoptep ClI/HCO, . Omucano
6onee 30 pa3nMYHBIX MYTallWii JAHHOTO r'eHa, OTHAKO
KOppe/NALMM TeHOTUII-(PeHOTUI He Hali[JeHO, TO eCTb
K/IMHIYeCKIe POsIB/IeHIsI 3a00/IeBaHIsI CXOGHbI IPH
pasHbIX BapuaHTax MyTanuu [1].

3aboneBaHue BIepBble OMMCaHO B 1945 roxmy
T.L. Gambel et al., F. A. Darrow, ayTocoMHO-
pellecCMBHBIN XapaKTep HAC/IeOBaHUA YCTAaHOB/IEH

B 1971 rony. B Hauase 21 Beka GBLUIO ONMCAHO OKOJIO
250 cnygaes BX]I, npeumyiiectBeHHO B PUHAAHANK
(cgacrotoit 1:30000), ITonbie (1:200 000), CaynoBckoit
Apasuu, Kyseiire (1:5000). Bricokylo pacripocTpaHeH-
HOCTb 3a607meBaHust B OMH/LTHANY CBSI3BIBAIOT C «3(-
(dexTOM OCHOBaTeNA», B CTpaHax [lepcucKoro 3ammsa —
C BBICOKOIT 4aCTOTOII 6/IM3KOPOACTBEHHBIX 6pakoB [1].
B mocnennee gecATMIETHE YBEMTNYMIOCH KOIMYECTBO ITy-
6mmkarmit, kacaroumxcst BXII, B Tom uncrte n3 Benrpumn,
CnoBakun, JIntsel, dnonun, a Taxxke us Poccun [2,3].
BONbIIMHCTBO TyOMMKALMIL — 9TO ONNMCaHMe KIMHIYe-
CKMX CTTy4aeB, IPMYeM MBI CBA3bIBAEM IIOSAB/ICHNE TAKUX
COOOILIEHNIT U3 PasHBIX CTPaH He CTOJIBKO C POCTOM
3a00J1eBa@MOCTH, CKOJIBKO C Y/Ty4dIleHUeM paHHel! fjya-
THOCTHUKY ¥ 0COOEHHO BO3MO>KHOCTBIO T€HETIIECKOTO
MofiTBepKAeHNA MyTanuy B reHe SLC26A3.
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B HOpMe abcopOiysa MOHOB X/IOpa IpeuMylle-
CTBEHHO IIaCCUBHAsl B BEPXHUX OTHEIaX TOHKOI
KMUIKY ¥ aKTUBHAasA B NMOAB3JOIIHO M TONCTO
xuke. [Ipu BX]I 13-3a Hemo/MHOLEHHON GYHKIINN
6enxa-nmepenocunka Cl"/HCO,” napymena gomxHas
aKTMBHAas a6cOpOUMA XI0pa B HOAB3TOIIHONM U TOJI-
CTO KMIIKE, XJIOP TePAETCS C KaJloM, B pe3yjIbTare
4ero pasBUBAETCS TUIIOXIOPEMILS, METaOOIMYeCK I
aJIKajo03, 3aKMCIeHNe KUIIEYHOTO COJEeP>XXUMOTO.
BTOpMYHO NMPOMCXOAUT MOJaBIeHME abcopOL U
HaTpMA U3-3a HAPYLIEHM aKTUBHOro ob6MeHa Na*/
H*, pasBuBaeTcst ocMoTHYeckast fuapesi, TepseTcs
HaTpUit ¥ BO#a. B manpHelleM aKTUBaLsl pEeHIH-
AHTMOTEH3MH-a/TbIOCTEPOHOBO CUCTEMBI IPUBOAUT
K BTOPMYHOMY T'MIIePaNbJOCTEPOHU3MY, &, CTIe0Ba-
TEJIbHO, K TMIIOKA/IMEMUN 1 YCYTYONIeHNI0 MeTabomu-
YeCKOro ajKanosa [4].

Knuunyeckas kapTuHa 3a607€BaHM JOCTATOYHO
XapaKTepHa ¥ CKJIafbIBaeTCs U3 ABYX TPYIIII CUMIITO-
MOB — IpeHaTaIbHBIX 1 [IOCTHAaTa/IbHbIX. K IpeHaTanb-
HBIM CYMIITOMaM OTHOCAT MHOTOBOJJE Y MaTepu BO
BpeMs1 6epeMeHHOCTH, paclIpeHHbIe, HATIOMTHEHHbIE
JKMJKOCTBIO IeT/IN KUIIEYHNKA Y IIOfa, IPeX/eB-
pemenHsbie poxbl. Ocoboe 3HaueHMe Iprobperaer
IpeHaTanbHasA fUATHOCTUKA: IPU YIBTPa3ByKOBOM
MCCTIeJOBAHNUM OTIPeie/IAeTCs CUMIITOM «ITYeTMHBIX
COT», a TAK)Ke BO3MO)KHA BU3Ya/IM3aL s TaccaXka CTya
C ITOMOIIBIO IIBETHOTO AOTIIIEPOrpadmIecKoro 1ccue-
noBanui [5, 6].

K mocTHaTa/NbHBIM CUMIITOMaM OTHOCAT OTCYT-
CTBYE MEKOHMSI, C POXK/IEHWS OLPeNensieTCsl 4acThli
BOJSIHUCTBII CTYJI, KOTOPBI BU3YaTbHO IIOX0X Ha
Mouy. JKUBOT yBem4mBaeTCs B pasMepax, epucTaib-
TMKA KMIIeYHNKa ocnabneHa. B ganpHeitineM passu-
BaeTcs 00e3BOXKMBaHMeE, BECOBAs KpUBas yIIOLIACTCSA
MU pe6eHOK TepseT Maccy. JJOCTaTOYHO YacTO Y TAKMX
MaI[MeHTOB BO3HUKAET IIOfj03PeHNe Ha KULUIETHYIO
HENPOXOAMMOCTb mnu 6omesHs [MpLIIpyHTa, U IeTH
He0OOCHOBaHHO IIOf|BEPralOTCs ONEPATVBHOMY BMe-
IIaTe/TbCTBY.

OCHOBHBIMU OMOXMMIYECKIMY U3MEHEHSIMU TP
BX]I siBnsioTcs runoxnopemus (MmeHee 100 MMoIb/m),
runonarpuemus (MeHee 130 MMOJB/1I), KOTOPBIE
B Ja/IbHeIIeM HOIOMHIITCI MeTab0IMIeCKUM ajl-
KajI030M ¥ I'MIIOKaiueMuelt. Peakijus MO4M 1je/I0Ha s,
YPOBEHD X/IOPUJIOB B MOYE CHIDKEH. DKCKpeLus XJI0-
pupoB ¢ kanoM 6oee 90 MMOJIB/M ¥ IIPeBBIIIAET CYyM-
MapHYI0 5KCKpelMIO MOHOB HaTpusA U KanuA. B 60/b-
IIHCTBE C/Iy4aeB 9TOT0 JOCTATOYHO [/ fUATHOCTUKI
3a60eBaHNUs1, 0COOEHHO IPU HAIMYUU XapaKTePHO
KJIMHWYecKoit kapTuHbl. llenoynas peakuus kama
uckno4vaer fuarnos BX]I. B Hacrosee BpeMs mo-
CTYIIHO IeHeTHYeCcKoe UCCIeloBaHue, IIpU KOTOPOM
BbLsAB/sIeTCs fedekT reHa SLC26A3 [1].

IOuddepeHnnanpHblil fUaTHO3 IPOBOJUTCS C KU-
HIeYHBIMY MHQEKIMAMU, CONbTepsoIeil GopMoit

KnnHunueckne HabnwogeHus

3anocnennue 20 neT MbI HAOTIOFAMN TPEX MTALMEHTOB
¢ BX]I, y Bcex ;arHO3 ObU1 TOATBEPIKIEH TeHETUYECKI.

ITepBblit NaLMeHT ObII ZOCTATOYHO C/IOXKEH /IS
AUNAaTrHOCTUKU B yCIIOBI/IHX FOpOHCKOﬁ 6OIIbHI/IL[bI pe—
I'MOHA/IBHOTO [eHTpa nouTu 20 et Hasaf. Y pebeHka
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aJIpeHOTe€HUTaNIbHOTO CUHAPOMA, PYTUMHU BapMaHTa-
MU CMHPOMa MajibabcopOLMU ¢ OCMOTUYECKOI! Aa-
peeit, cungpomoM baprrepa. CnegyeT OTMETUTD, YTO
II0 ITATOTeHe3Y, KIMHUKE 1 0COOEHHOCTSAM IIpeHaTaIb-
HOI fuarHocTuky Ha BX]I oueHb MoX0>Ka BpOXKIeHHa A
HaTpyeBas fuapes, OfHAKO IPY FaHHOM 3ab0/IeBaHNI
3a CYeT MOTepy HATPU A Pa3BUBAETCs TUIIOHATPUEMUSA
u MeTabomyeckuit anygos. Ilpu cunapome Baprrepa
PasBMBAIOTCA Te Xe 3NEKTPONMUTHbIE HAPYLIEHN A, YTO
u npu BX]I (rumoxnopemMus, TUIIOHATpUEMUA U TUIIO-
Ka/IMeMM ), KOTOpbIe COIPOBOXAAIOTCA MeTaboIye-
CKUM aJIKaJI030M, OffHaKO 00yC/IOB/IeHbI OHM Hapy1le-
HIeM peabcopOLuM XTIOPUIO0B B BOCXOAAIIEM KONIeHe
netnu l'eHe.

Tepamma BX]] 3akmodaeTcs B MOKM3HEHHOM IIPH-
eMe XJIOpufa HaTpusA ¥ XJIOpK/a Kaans, 9TO KOMIeH-
CUPYeT 371eKTPONUTHbIe HapyIIeHN A, OHAKO IpaK-
TUYECKM He B/IMAET Ha YaCTOTY CTy/a. AJeKBaTHOCTD
CO7IeBOII TIOA/IEPKKY OLIEHMBAETCSA 110 3/eKTPOJIUT-
HOMY COCTaBY KPOBM, IO YPOBHIO XJIOPUJIOB B MOYe.
Oco6oe BHUMaHuUe yHeNAeTCA BeleHNIO TallIeHTOB
IIpY TaCTPOIHTEPUTAX U APYIUX MHPEKIUAX, IpU
HeoOXOIMMOCTH perufipaTaliy OHa IpoBoxuTcA 6e3
6ukap6onaroB. O6CyX/aeTcsi BOSMOXXHOCTD MCIIO/b-
30BaHusA B Tepanuu BX]l MHIMOGMTOPOB HPOTOHHOI
HOMIIBbL, 6yTHUpaTa, XONeCTUPAMIHa, OFHAKO TH I10-
JIO>KeHUsI CIOPHBI [7].

B oTeuecTBEeHHBIX ICTOYHIKAX HAM He BCTPETNU/IACh
nozipobHasa MHGOpMaLMA O BO3MEIEHNN CONell Y Ma-
uneHToB ¢ BX]I, XOTA MMEHHO pacyeT 103bl CONEBBIX
PacTBOPOB AB/NAETCA AKTYaTbHBIM ¥ HEOTTOXHBIM
BOIIPOCOM [I/1 TPAaKTUYECKOTO Bpaya, BIIEPBbIE CTONI-
KHYBIIETOCSA C 9TUM 3ab0jieBaHMeM. Y HOBOPOXKIEH-
HBIX U feTel fo 3 et ucnonbsyercs 0,7% pacTBop
NaCl (7 r/n; 120 mmons/m) u 0,3% pactsop KCI (3 r/r;
40 MMOIb/T) — CHa4ajIa BHYTPUBEHHO, 3aT€M per 0s,
ucxops us norpebHocty B Cl” 6-8 MMOJIB/KT B CYyTKHU
3a 3-4 pasa. Y fieteii crapuie 3 1eT ucnonbsyercs 1,8%
pacrsop NaCl (18 r/m; 308 mmosnb/m) 1 1,9% pacTBop KCI
(19 r/m; 255 mmorb/n); noTpebHOCTH B Cl-3-4 MMONB/KT
B CYTKM 3a 2-3 pasa. Y B3pocnbix cootHouenne NaCl
u KCl axBuMOIsIpHOE, IPUMEHsIeTCsI HOPOLIOK B 103€
o Cl- 3-4 MMonb/Kr B CyTKM 3a 2-3 pasa [1].

B HacTos1Iee BpeMsI MOABIAIOTCA NyOINKaLINN, Ka-
caromuecs B3pocnbix nanuenTos ¢ BX]I. OTpanenHble
MOC/Ie/ICTBU A, KOTOPble OMMCAHEI /1 MALlIeHTOB
¢ BX]I - aTo xayoMa3aHue 1 9Hype3, 60Jiee 4acToe BbI-
ABJIEHE TAXOBBIX I'PBDK, XPOHMYECKa s 60/Ie3Hb IOYeK
uny HepOKaIbIMHO3, MY>KCKas MHPEPTUILHOCTD
IpY COXPAaHHOM TOPMOHATIbHOM CTaTyCe U CIIepMaTo-
reHese. B OuHIAHUY HaOTIONAMNCh 46 B3POCIBIX ITa-
LIMEHTOB, 3 HMX 36 OBIM BK/TIOYEHBI B KATAMHECTIYe-
CKOe uccefioBaHme. JYacTora cTynma y HUX COXpaHAMach
OT 2 10 7 pa3 B JieHb. PerynsapHyio 3aMeCTUTENbHYIO
Tepanuio nonyyany 80%. BonbIIMHCTBO MallMIEHTOB
OB/ YIOBTIETBOPEHBI Ka4eCTBOM XKM3HU [8].

cpasy e ObLI 3a[I0{03pEeH CUHPOM MaTbabcopOIm,
onHako BX]I (K1MHMYeCK) BbICTaB/IeHa TOIBKO B KJIM-
HIUKe (eflepaTbHOrO yPOBHS IOC/IE Psifia KOHCUIN-
yMoB. B aHaMHe3e MHOTOBOAIIe Y MaTepu BO BpeMs
6epeMeHHOCTH, U Y/IbTPa3BYKOBOM MCC/IETOBAHNA



pacuiMpeHKe neTeab KUIEYHNKA IIJIOfA, POl CTU-
My/IMpOBaHHbIe B 32-34 Heflenu. B nepuozne HOBOpPO-
JKAEHHOCTY peOeHOK HaXOVJICS B peaHMMAlIOHHOM
OTZIeJIEHU N C TIOJ03PEHMEM Ha KMIIEYHYI0 HEIIPOXO-
auMocTh. Ha nmepBoM rofy >KusHu oTMe4anuch ya-
CTBIii BOJAHUCTDIA CTYIL, 3alep>KKa ICMXOMOTOPHOTO
pa3BUTHS, MHOXXECTBEHHBIE CTUTMBI AU339MOpuore-
Hesa. [IOBTOpHbIe TOCTINTANMN3ALNN B KINHUKY Pe-
JlepaZbHOTO YPOBH:A — C IBYX/JIETHMMU MHTEPBalIaMMU.
B 6 meT mpoBefieH aHaMM3 ABYX 9K30HOB reHa SLC26A3,
BBISIB/IEHA MYTallMisl B T€T€PO3UTOTHOM COCTOAHUM,
PEKOMEHIOBAHO JajibHelillee UCCaefOBaHMe TeHa
(ocTanmbHBIX 16 9K30HOB) C IE/IbIO TOUCKA BTOPOI MY-
tTaguu. B cBsa3m ¢ npeobnaganimumu xanobamu Ha
3a/IeP>KKy IICMXOMOTOPHOTO Pa3BUTUSA, OTCYTCTBUEM
OIepaTUBHbBIX BMEIIATE/IbCTB U JACTHIX 3MM30/I0B K-
C1KO3a pe6EHOK y raCTpOIHTEPOJIOra He Habmoaancs,
PerynsapHoO pacTBOPbI 3/IEKTPOUTOB He IIPUHMMAJL.
B BospacTe 10 neT nocie caMOCTOATENbHOV OTMEHBI
MaTepbI0 CONEBOI MOAAEPKKY MalVeHT OB TOCIIN-
TaNIM3MPOBAH B IETCKYI0 OOIBHUILY B COCTOSIHUY 9K-
CMKO3a, TepanusA CKOppeKTupoBaHa. [laibHenmmit
KaTaMHe3 OTCIEeUTD He y[JaocCh.

Bropoit manueHT 6bI1 HAIIPaB/IeH B KIMHUKY defe-
PajIbHOTO yPOBHsI C AUAarH030M 60e3Hs [MpnpyHra,
KOTOPBIIl IIPefBAPUTENbHO OBIT TOCTAB/IEH LIPU Y/Ib-
TPa3ByKOBOM MCCIEJOBAaHMY IIPEHATAIbHO. Y MaTepn
BO BpeM: 6epeMeHHOCTI MHOTOBOJI €, POIbI CTUMY/INU-
poBaHHbIe B 35 Heflennb. Ha 3 cyTKuM >)X1M3HM Ha/lo)XeHa
curmocroMa. bonesnp I'mpmnpynra cusara B 2 ropa.
TeueHne 3a60/IeBaHMSI KTacCUYeCKOe C HEOTHOKpAT-
HBIMU 9/IEKTPOIUTHBIMYU HapyLIeHUsIMU Ha QOHe Ju-
apen. 'enetnueckoe nogreepxenne BX]] B Bospacre
6 7eT (M3MeHeHVe HYKIeOTU/HOI ITOC/Ief{0BATeNbHO-
ctu B rede SLC26A3 B rOMO3UTOTHOM COCTOSHUMN).
B nacTosniee BpeMs monydyaeTr 3aMeCTUTENIbHYIO Te-
panuio, COXpaHsAeTCs YacToTa CTy/na 4-5 pas B [leHb,
Macca ¥ pocT B BO3PACTHBIX I'PaHUIAX.

Tpernit manyeHT HabM0OgaeTCs HAMU B Te4eHUe
5 7IeT ¢ MOMEHTA IMOCTAHOBKM NPEeTION0XUTETbHOTO
JMarH03a IO HAcTos1ee BpeMs.

IleBouka BriepBble IOCTYINU/IA B KIMHUKY B BO3pac-
Te 10 MecsiieB ¢ >xamo6amu Ha fepuunt Beca. C poxe-
HI A IepUOAMYeCKY OTMeYasICs KUKt BOJAHUCTBI
cTyn. HacefcTBeHHOCTD He OTATOIEHa, Opak He-
POJCTBEHHBIN, CTApUINil pe6eHOK B ceMbe 3[0POB.
IIpu npoBeeHMM yNIbTPa3ByKOBOTO MUCCIENOBaAHNA
BO BpeM: 6epeMEeHHOCTH) B 25 Hefle/Ib y MaTepy BbIAB-
JIEHO MHOTOBOJI)€, 3aII0[J03PeHa aTpe3u s KNIIeYHNKa
nnoja. JleBouka pofuaach HeJOHOLUIEHHON B CPOKe
33-34 nepenu, Macca npu poxjgeHuu 2230 1, oleHKa
o Anrap 7/8 6amnos. Ha 3 cyTku onepupoBaHa Io
IIOBOJly KMIIEYHOJ HENPOXOAMMOCTH, OJJHAKO MH-
TpaolepayOHHO IOPOKOB PasBUTUA KMIIEYHMUKA He

O6cyxpeHune

BpoxpenHas xnopupHas guapes — [OCTaTOYHO pefKoe
Hace[iCTBeHHOe 3aboneBanye. HecMoTps Ha xapak-
TePHYI0 KTMHMYECKYIO KAPTUHY, 3HAUUTENbHO 3aTPY/i-
HsAeT JYMAaTHOCTUKY OTCYTCTBYE OIIbITA Y IPAKTUYECKUX
Bpadeit. Kpome Toro, B XMpypruueckux Uiy peaHuMa-
LIMOHHBIX OTJeNeHnAx, Kyna getu ¢ BX]] monagaroT
B CBsI3M C 00€3BOXKMBaHNEM U/IN C IOJO3PEHEM Ha
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BbIABJIEHO. B lanbHelilieM Ha IepBOM TOZY XXU3HU
IeBOYKa ABa>KIbI Obl/Ia FOCIIMTANN3MPOBAHA B XUPYP-
ru4yeckoe oTfe/eHNne ¢ IOO3peHNeM Ha KMIIEYHYI0
HENPOXOAMMOCTbD (JIeueHNe KOHCEPBATUBHOE) U [/
IIOBTOPHOII OTIepaL[My IO IOBOAY CIIaeYHOI OONIe3HN.

B 06beKTUBHOM craryce B 10 MecsLleB OTMeYaICA
BbIpa>KeHHBI AeuunT Macchl —43%. MHOXXeCTBeHHBIe
CTUTMBI AVCOIMOPIOTeHe3a: HI3KOMOCa>KeHHbIE yIIHbIE
PaKOBUHBI, HEIIPABU/IBHBIIL POCT BOJIOC, HeUTypPUPO-
BaHHas (hopMa roJIOBBI, TeMaHIIOMa Ha JIEBOM IIJIeYe.
BoisB/IeHa pesKkas MblIIeYHa A TUTIOTOHMA, OTCTaBaHue
B IICXOMOTOPHOM pa3BuTuy. Hajj merkumm BICTy IIn-
BaJIOCh ITy3pU/IbHOE AbIXaHMe, TOHBI CEpP/lia 3By YHBIE,
putMuuHble. JKUBOT MATKMIL, JOCTYIIeH NalblIalun
BO Bcex oTgenax. Iledenp +2 cM, ceneseHka +1,5 cm
us-noy, pedeproit gyru. CTyn 2-3 pasa B JleHb OT Ka-
HIN1[e06Pa3HOTO HO BOASHICTOTO.

ITpy fOIOMTHUTENLHOM O0C/IeIOBAaHUM OTMEYA/IOCh
HapylleHMe 9JIeKTPOIUTHOTO COCTaBa KPOBMU (TUIIOX-
J0peMMs, TUIIOHATPUEMMU A, TUNIOKaNIeMNs, TUIIO-
KajbLyeMus), pesko menoyHas pH moun. CKpUHMHT
Ha HaCJIe[ICTBEHHYIO0 MaTOIOTMI0 (MyKOBUCLUIO3,
rajJakTO3eMusd, afipeHOTeHUTATbHBIN CUHLIPOM, de-
HUJIKETOHYPUA, BPOXIEHHBIN TUIIOTUPEO3) OTPU-
LaTenbHbIN. XM0puabl ota B HopMe. KapuoTum 46,
XX -~ HOpMaJIbHBIN K€HCKUIL.

VIcknmo4anuch MyKOBUCLIMA03, TYOyIOnaTnm, CYH-
opoM baprrepa. YunTeiBas Hanudme MHOTOBOA VA
BO BHYTPUYTPOOHOM IlepMOJie, BOLAHNUCTDIN CTY
U IJIOXYI0 IpN6aBKy B Bece MOC/Ie POXKAEHNS, SIeK-
TPONMUTHbBIE HAPYIIEHU NPEANOI0XKUTENbHO TI0-
CTaBJIeH JMarHO3 BPOK/IEHHOI XJIOPUHON Auapen.
bbina HasHavyeHa TepanuA 3/71€KTPOJIUTHBIMU PaCTBO-
paMu ¢ BBefileHMeM per os U3 pacdyeTa 10 MMOIB/KT
CI- (7-8 mmonb/xr 3a cuet 0,7% NaCl, 2-3 MMonb/Kr 3a
cuet 0,3% KCI). C yuetom Maccel pebeHKa 5,3 KI' B CyT-
K1 Tpe6oBanocsk 1,88 r xnmopunos B cyTku (1,42 r3a cuer
NaCl, 0,46 r 3a cuer KCl). VictionbsoBancs I'ugposur
(B 1 makere 0,47 NaCl, 0,3 KCl, Bcero xnopuyos 0,426).

UYepes 2 Hemenu nevyeHN s OTMEYEHA BbIpa>kKeHHas
MMOJIOKMTeNbHASL AMHAMUKa: peOeHOK mpubasBui
B Macce 660 1, 3HAYUTENbHO YTYYIIN/ICA MBbIIIEIHBII
TOHYC, HOPMa/IM30Ba/IICh OMOXMMUYECKMe TOKa3a-
Te/u. BogssHMCTRIN MY Kalmieo6pasHblil CTYTI CO-
XpaHsAcA. PesynbraThl 1edeHN A IO3BOIMIN BBICTA-
BUTb eX juvantibus uarHo3 BpoXXieHHas XIOpUHASL
nuaped. B 3 rojja monyyen pesynbTaT reHETUYECKO-
IO MCC/IelOBAHNA: Hal/[eHbl MYTAallMM B KOMIIayHJI-
reTepO3UTrOTHOM COCTOAHUM NIPU CEKBEHUPOBAHUA
rena SLC26A3.

Pe6GeHok Hab/0aeTCsa HAMM 110 HACTOsIee Bpe-
MsA: Macca U pOoCT B IIpefiefiaX BO3PAaCTHONM HOPMBI,
IICUXOMOTOPHOE Pa3BUTIE COOTBETCTBYET BO3PACTY,
3JIEKTPOIUTHBIX HAPYILIEHWII HET.

KUIIEIHYI0 HEeIIPOXOANMOCTD, TPAKTUIECKN BCerfa
MIPOBOAIUTCA IIepeMBaHNe ITTIOKO30-CONIEBBIX PACTBO-
POB, YTO CBOAUT K HY/IIO AMarHOCTUYECKYIO IIeHHOCTD
abOpaTOPHBIX MCCIEROBAHMIL.

Y Bcex feTeil, KOTOPBIX MbI HabMOfaIN, IpEHa-
TaJIbHbIe CUMIITOMBI ObI/IY K/IACCUYECKVIMU: MHOTOBO-
IMe y MaTepy BO BpeM:A OepeMeHHOCTH, pacllypeHye
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IeTe/Tb KMIIEIHIKA IIPY yIbTPasByKOBOM MCCIef0Ba-
HIY IUIOZA, POJIbI IPEKfieBpeMeHHbIe. [TocTHAaTaIbHbIE
CHMIITOMBI OCMOTHMYECKOI Juapey Takxe ObLin
CXOIHBIMM, OFHAKO PasHOI CTEIIeH! BBIPa)XKEeHHO-
cTu. Y BCex fieTeil Ha IIePBOM FOJY )KM3HI OTMedasICs
KUK CTYII, TUTIOTPO(M A, MHOXECTBEHHbIE CTUTMBbI
AU39MOpHOreHesa, 3a/jepyKKa ICUXOMOTOPHOTO Pa3BH-
TS, TOF03PEeHIe Ha KMIIEYH Y0 HeTPOXOJMMOCTD M/IN
6onesus I'mpunmpyHra (fBoe HOXBEPIINCH ONEPATIB-
HOMY BMeIIATeTbCTBY).
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