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Bposxdennas xaopuonas ouapes (BX/, epoxdennas xiopudopes uiu cundpom /lappoy-
Tambna) — eapuanm msxenozo cunopoma Marvabcopouuu 3AeKmposumos, nepedaroujutics
no aymoCcoMHO-PeyecCu8HOMY MUNY HACAO08ANUS U NPOACIAIOUUINCS 0OULLHBIM B00SHUCTDLM
CMYA0M € MACCUBHOU nomepel xaopudos u dezudpamayuer. Hosoposxdennvie ¢ dannvim 3a-
bonesanuem mpebyom a0ex8amuol 3amMecmumesvHol mepanuu ¢ Nepevly 4dco8 KU3Hu, max
Kax ee omcymcmeue npusooUm K GolPAKEHHOIM INEKMPOIUMHBIM HAPYUWEHUIM U 00e360KU-
sanur. Odnaxo onucawvl cayuau BX/l, npu xomopvix maadenuyvl sviKusaiu 6e3 seuenus,
HO 6 Oanvhetuem y HUX HaAOAI00aANACh 3A0ePKKA MeMNO6 (PuU3uueckozo u NCUX0-MOMOPHOZO
paszeumusi, nopaxenue nouex u unepasb00CmepoHusM Kax pe3yivmam 2unoxiopemuu, 2uno-
Kaauemuu u Memaboiuueckozo aikaiold.

B cmamve npedcmasaenvl dannvie 0 namozenese, KAUHUUECKOU KapmuHe, OuazHOCMuye-
CKUX Kpumepusx u cumnmomamuueckou mepanuu BX/l, a maxxe pesyivmamol co6cmeenno-
20 nabaodenus 3a nayuenmom ¢ BX/I.

Kawueasvie carosa: aixkanos, :unokaiuemMus, eunoxiopemus, ouapes.

I. A. Kazyra', A. G. Bialkevich!, Y. L. Shynkarenka’
CLINICAL CASE OF CONGENITAL CHLORIDE DIARRHEA

Congenital chloride diarrhea (CCD, congenital chloridorrhea and syndrome Darrow-Gamble)
is variant of a severe syndrome of electrolyte malabsorption transmitted by autosomal recessive
inheritance and manifested by profuse watery stool with massive loss of chlorides and dehydration.
Newborn children with CCD need adequate replacement treatment from the first hours of life
to prevent electrolyte disorders and dehydration. However, CCD cases, when newborn babies
survived even without therapy, were described. But further growth delay, retardation of psychomotor
development, nephropathy and hyperaldosteronism was observed as a result of hypochloremia,
hypokalemia and metabolic alkalosis.

The article describes a pathogenesis, clinical picture, diagnostic criteria, symptomatic therapy
and results of our own observation of patient with CCD.

Key words: alkalosis, hypochloremia, hypokalemia, diarrhea.

POXAEHHbIE XPOHUUECKUE AMAPEUN SBAAIOT-
CSl PEAKMMU U TPYAHBIMU AAS AUArHOCTUKM
N AedyeHus 3aboneBaHUAMU. Cpean AaHHOW naTo-
AOTMM Hanbonee yacTo BCTpevaeMbIMKU ABASIOTCS:
BPOXAEHHasA HaTpueBas AMapes, BPOXAEHHbIN Ae-
dUUKUT caxapo3a-M3oManbTasbl, BPOXAEHHAA MaAb-
abcopbUMA rAOKO3bl-ranaKTO3bl U BPOXAEHHbIN Ae-
GULNT AaKTa3bl.
B 1945 r. D. Darrow and J. Gamble oaHoBpe-
MEHHO OMnMcaAn ABa CAy4Yasi HOBOro 3aboneBaHUs,
Ha3BaAHHOIO BPOXAEHHbIM aAKaAO30M C AMapeen

WAWM BPOXXAEHHOM XAOPUAHOM Anapeen. Yepes ABaa-
LaTb AET, aKLEHTUPYS BHUMaHWE Ha CEMENHOM aHaM-
He3e, OMHCKME yuyeHble MPEANMOAOXKUAU FEHETUYE-
CKyt0 npupoay BXA, a B KauecTBe AeUYeHUsa CTanu
peKoMeHAOBaTb 3aMecTuTeAbHyto Tepanuio NaCl
n KCl, uto 6bIAO MCMOAB30BAHO B MOCAEAYHOLLEM
AASI MPEAOTBPALLEHWUA MeTaboAMyeckoro AucbanaH-
ca, obecneyeHMa HOPMaAbHOro PocTa U PasBUTUA
apeten ¢ BXA [2, 8].

B HacTosLLEE BpeEMSA BO BCEM MUPE 3aperucTpum-
poBaHo 6onee 250 cayuaeB BXA. XoTS eAMHUYHbIE
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cAyyau 3aboneBaHUA BCTPEYAIOTCS Ha BCEX KOHTU-
HeHTax, reorpapuyeckoe pacnpepeneHme BXA He-
paBHOMepPHO. 1/5 yacTb BCex MaUMEHTOB MPOXMK-
BaeT OUHASHAMKM, uTO cocTaBaser oT 1:30 000
20 1:40 000 (1-2 HOBOPOXAEHHbIX ¢ BXA B roa).
Apyrumu ctpaHamu ¢ 3aboreBaeMocTbio BXA Bbillie
cpepHero aBasitotes Moablua (1:200 000), Kyeent
n CaypoBckan Apasus (o1 1:3200 ao 1:5000), uto
06bsACHAETCS OOAbLLUMM KOAMUYECTBOM KPOBHOPOA-
CTBEHHbIX OpakoB B Nepcruackom pernoHe. OaHaKo
TOUHblEe LMbPbI 3a60AEBAEMOCTU HA MOMYAALMOH-
HOM YPOBHE OCTatoTCA HeonpeAeAeHHbIMU [1, 7, 8].

B 2021 r. L. D. Meglio ¢ coaBTopamun NpoBeAn
cuctemMaTuyeckuii 063op 57 ctatel o BXA, onybau-
KOBaHHbIX B nepunoA ¢ 1965 no 2019 rr. 8 PUBMED
n EMBASE. lMpoBeaeH aHaAM3 CAEAYIOLLUX A@HHbIX
193 nauuneHToB ¢ BXA: aHaMHeCTUUYeCKUE U KAUHK-
yeckrMe 0COBEHHOCTH, TaKTUKa BEAEHUS U MOCAEAY-
towwero HabAatoaeHus. Hanbonee pacnpocTpaHeHHbI-
MW aHaMHECTUYECKMMU MPU3HaKaMK ObIAU OTAro-
LLIEHHas HACAEACTBEHHOCTb MO XPOHMYECKOW Anapee
(44,4 %), KpOBHOE POACTBO poautenen (75,0 %),
MHoroBoane (98,3 %), NpexaeBPEMEHHbIE POAbI
(78,6 %) n otcytcTBME MeKkoHUA (60,7 %). CpeaHni
BO3pacT MaHudecTauun BXA coctaBuna 6,63 AHSA,
BO3pacT Ha MOMEHT NOCTaHOBKM AnarHosa — 60 pAHeM.
Bce naumeHTbl MOAyYaAuM 3aMeCTUTEAbHYHO Tepa-
nuto NaCl n/uamn KCl. O6 ymeHbLLIEHUX CUMMNTOMOB
BO B3POCAOM BO3pacTte coobuianrock B 91,3 % cay-
yaeB. Hanbonee pacnpocTpaHeHHbIMU OCAOXKHEHMWS-
MU ObIAV 3aAEPXKKA TEMMOB GUINYECKOrO Pa3BUTUS
(21,6 %) 1 xpoHUUeckasa 6one3Hb nouek (17,7 %).
MpoBeAEeHHbI aHaAM3 BOAbLLON NOMNYAALUN CBUAE-
TEAbCTBYET 0 HeObX0AMMOCTU Honee 3DDEKTUBHbIX
cTpaternii BepeHusa BXA. TuwateabHoe HabAatoaeHWe
He TOAbKO MEeAMATPOB, HO M Bpayer APYrux cneumanb-
HoCTel ABASIETCA 06a3aTEAbHbIM AAS AEUEHWS 3TOTO
COCTOAHUA [5].

BpoxaeHHas xropuaHas pAmapest - Peakoe ayTo-
COMHO-peLieccuBHoe 3aboreBaHKe, BbI3BAHHOE My-
Taumen reHa SLC26A3, pacnoAOXEHHOro Ha Xpo-
Mocome 7931 1 KOAMPYIOLLErO TPaHCMeMOpaHHbI
6eN0K B KAETKaX MOAB3AOLLUHOM U TOACTOM KMLLIKM.
[eHeTUUeCcKnUt AedEKT CMHTE3a NPOTENHA NPUBOAUT
K HapyLleHWO BCACbIBAHWUSI XAOPUAOB B KULLEYHU-
Ke U cekpeuun bukapboHaTa, a Tsxeraa Avapes
BbI3bIBAET 3HAUUTEABHbIE NMOTEPU BOAbI U IAEKTPO-
AWUTOB, YyMEHbLUEHWE 06beMa LIMPKYAUPYHOLLEN KPO-
BW, TMNEPPEHUHEMMUIO, TMMEPAAbBAOCTEPOHN3M, MO-
TEPIO KaAUSA MOYKaMK U B PSIAE CAyUYaeB pas3BUTHE
Hedponatuu [3, 4, 6, 8].

Kaunnyeckuii coayvaii [

Ansa BXA xapakTepHbl Takue npeHaTtaAbHble 0CO-
6€HHOCTH, KaK MHOTOBOAME U pacLUMpPEHUe NeTenb
KULLEYHMKa NAOAA NPU YABTPA3BYKOBOM MCCAEAOBA-
HUK (Y3U) K KOHLY BTOpOro tpumectpa. lpexae-
BPEMEHHbIE POAbI (B OCHOBHOM 3a 14 pAHEN A0 Npea-
noAaraemoro Cpoka), OTCyTCTBME MEKOHUA U B3AY-
TME XMBOTA, MHOTAA MPUBOASILLEE K MOAO3PEHUIO
Ha KMLLEYHYHO HENPOXOAMMOCTb U HEONPaBAAHHOE
XMPYPruyeckoe BMELLATEABCTBO, AAOT BO3MOXHOCTb
npeAnoAOXmntb BXA y HoBOpoOXAeHHOro. OaHaKo
y MAaAeHLa ¢ BXA obuabHas pAnapes MOXeT ocTa-
BaTbCA HE3AaMEUEHHOW B TEUEHWE HEKOTOPOTO Bpe-
MEHW M3-3a BOASIHUCTOrO COAEPXMMOrO, HarnoMu-
Hatowero mouy [5].

lNpu OTCYTCTBUM AEYEHUSI Pa3BUBAETCA Ype3Mep-
Hasi noTeps XMUAKOCTH, CHUXEHME Beca, 06e3BOXMU-
BaHWe v xeATyxa. lmnoHatpuemus (Na* B cbiIBOpoTKe
KpoBK < 130 MMOAb/A) U runoxaopemus (ClI™ B cbl-
BOpOTKe KpoBu < 100 MMOAb/A) CONPOBOXAAOTCA
MeTaboAMUECKMM anKan030M, akTMBaLMEN PEHUH-
AHMMOTEH3MHOBOM CUCTEMbI U TUNOKAAMEMMEN. INEK-
TPOAWUTHbIA AMCOANAHC B COYETAHUMU C TSAXEAbIM
06e3B0OXMBaHMEM OObIYHO MPUBOAUT K AETAAbHOMY
MUCXOAY B TEUEHME MEPBbIX HEAEAb MAM MECALEB
XU3HU [B].

AnarHo3 BpOXAEHHON XAOPUAHOM AMaPEN OCHO-
BbIBaeTCH Ha:

1) AAHHbIX aHaMHe3a;

2) TUMUYHOM KAMHUYECKOW KapTUHE;

3) BbICOKOM KOHUEeHTpaumu Cl” B pekanunsx, npe-
Bbilwatowern 90 MMOAb/A MOCAE KOPPEKLMK AedU-
LUMTa XUAKOCTU U INEKTPOAUTOB [D].

OAHaKO CTOWUT OTMETUTb, UTO Ype3MepPHbI 06beM
WAM HEAOCTATOK COAEBbIX PACTBOPOB YMeEHbLUAKOT
AVApeto, UTo NPUBOAUT K CHMxXeHuto ClI© B Kane
A0 40 MMOABL/A. B Takmnx cAyyasix AN AMArHOCTUKM
HeobXxoAMMbl MOBTOPHbIE NPobbl dekanui [5].

AnppepeHumnarbHblf AMarH03 BKAKOYAET:

1) Apyrne HaCAeACTBEHHbIE N CEKPETOPHbIE AMa-
peu (LeNoUHble dekarnu NPU AaHHbIX 3aboAeBaHKAX
MCKAIOYAOT BO3MOXHOCTb BXA);

2) 60oAe3Hb MMpLUNpyHra;

3) appPEHOreHUTAAbHbIM CUHAPOM;

4) cuHppom bapttepa [1].

/\eyeHne. B paHHeM HeoHaTaAbHOM MEpPUOAE
BHYTPMBEHHOE BBEAEHWE COAEBbIX PaAcTBOPOB MO-
CTENEeHHO cMmeHsAeTcs 3-4-pas3oBblM NEPOPAAbHBIM
npuemom. B MAapeHUECKOM BO3pacTe npeanoyTe-
Hue otpaetca 0,7 % NaCl u 0,3 % KCI ¢ ontumanb-
HOM Ao3MpoBkoi No ClI© 6-8 MMOAb/KI/CYT, Toraa
Kak NOCAE MNePBbIX TPEX AET XU3HU PEKOMEHAYETCSH
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MCMNOAb30BaTh HOAEE KOHLIEHTPUPOBAHHbIE PACTBO-
pbl (no ClI~ 3-4 MMoAb/Kr/cyT). Heobxopnmo otme-
TUTb, YTO NMPEBbILLIEHNE KOAMUECTBA COAEBOMO pac-
TBOpPa YCUAMBAET AMAPEID 3a CUYET OCMOTUYECKMX
MexaHM3MOB [5, 7, 8].

Hecmotps Ha Tepanuio, AedeKT TpaHcnopTa aH1o-
HOB, OMOCPEAOBaHHbIM MyTauuen reHa SLC26A3,
OCTAEeTCA B KULIEYHWKE W AMApes COoXpaHseTcs.
XOTSl OTHOCUTEABHOE KOAMYECTBO CTyAA YMEHbLLAET-
CSl C BO3PacTOM, NoTeps INEKTPOAUTOB, OCOOEHHO
Cl~, saBasieTca HenpepbiBHOW. EcAv p03MpOBKa Co-
AEBbIX PACTBOPOB HEAOCTATOUYHA, TMMIOXAOPEMMUS
N akTMBHaA peabcopbums Cl- kak B AMCTAAbHOM
OTAEAE TOACTOM KULLKK, TAK U B AUCTAAbHOM OTAEAE
HedpoHa NPUBOAAT K 06pa3oBaHNiO MoUK, CBOOOA-
How oT Cl~. COOTBETCTBEHHO, aAEKBATHANA 3KCKPELMS
Cl~ ¢ MO4OI B AOMOAHEHUE K HOPMAABHOMY 3AEKTPO-
AUTHOMY M KUCAOTHO-LLIEAOYHOMY CTaTyCy MOATBEPX-
AAET 3PPEKTUBHOCTb NPOBOAMMOM Tepanuu [5, 7, 8.

OcTpble K1LLIEYHbIE U PECTIMPATOPHBbIE MHOEKLIMM
npu BXA MOryT npMBECTU K ONacHbIM OCAOXHEHWUSAM
13-3a CKAOHHOCTM K BbICTPOMY 06€3BOXMBAHUIO U TU-
NOKaAMEMMMU, MO3TOMY ONTUMAAbHbIM METOAOM Ae-
yeHua BXA sABAAETCA BHYTPUBEHHOE BOCMOAHEHME
noTepb XUAKOCTU U INEKTPOAUTOB. B TO Bpems Kak
ApPyrve AMapenHble 3a60AeBaHNUS XxapaKTepUu3ytoTcs
aLMAO30M, OCHOBHOM 0COBEHHOCTBIO OCTPOM AETUA-
patauuu npu BXA aBAsieTcss MeTaboAMUYECKUI anKka-
AO3, CAEAOBATEAbHO, TEPANUA AOAXHA ObiTb HE3 OU-
kapboHarta [5, 8].

llporHo3. OnTMMaAbHas U CBOEBPEMEHHO Ha3Ha-
yeHHaa B AETCKOM BoO3pacte KOMOWHWPOBAHHas
Tepanus NaCl n KCI 3awmuiaeT ot pacnpocTpaHeH-
HbIX OCAOXHEHMI BXA: NOCTOAHHOM AervapaTtaumm
N TMNO3NEKTPOAUTEMUU, 3aMEANEHUSI TEMMNOB GU3K-
YEeCKOro M MCUX0-MOTOPHOIO PasBUTUSA, MOPAXEHNUS
noyek. Y B3POCAbIX NALMEHTOB MaBHOW LEAbIO Be-
AeHUA BXA ABASIETCA HE TOAbKO MPUEM COAEBbIX
pPacTBOPOB, HO M PaHHAA AMArHOCTMKA M Ae4YeHue
BHEKMLLEYHbIX NPOSABAEHWUI 3a60AeBaHUS (NaxoBble
rPbIXW, XPOHUUYECKast BoAe3Hb NoYekK, runepypuke-
MuA, Myxckoe becninoame) [3, B].

KAnHn4Yeckui cayydan

Manbunk M. 27.10.2018 1. p. oT 2 6epeMeHHo-
CTW, 2 CPOYHbIX POAOB MyTEM KecapeBa CeyeHus
B cpoke 35 Hepenb. Macca Tena nNpu PoOXAEHUN —
3620 r, aavHa Tena - 51 cm. OueHka no wKane
Anrap 5/MBA. B TeueHne 3 Hepenb pebeHOK Haxo-
AMACS B OTAEAEHWW BbIXaXXMBAHUSA HOBOPOXAEHHbIX,
BbINUCaH AOMOI NoA HabAIOAEHME YUaCcTKOBOrO ne-

I MEAVLMHCKWH XYPHAA 4/2022

AnaTpa. AKyLLEPCKO-TMHEKONOTMUYECKMIA aHAMHES OTS-
rowleH: ¢ 23 Hepenn bepemeHHocTH npu Y3U naopa
AVNArHOCTMpPOBaHa BbICOKAsA KMLIEYHasA HEMPOXOAM-
MOCTb Y MOAMAAKTUAUS A€BOM CTOMbI, C 25 HEAEAU -
MHOroBOAME, herpes labialis BO BTOpoM TpUMeECTpeE.

13.04.2019 r. B Bo3pacTe 5 mecsaueB MaAb-
UMK 3a60AEeN OCTPON PEecnupaTtopHON UHOEKUUEN,
Ha ¢OHEe KOTOPOM NOSABMAMCbH CAAbBOCTb M OTKas
oT eAbl. 10 TAXECTN COCTOSIHUS PeBEeHOK rocnuTanm-
3upyeTcs B Y3 «4-A ropoackas AETCKast KAMHUYecKas
60AbHMLA» .MUHCKa, rAe MO pe3yAbTaTaM KUCAOTHO-
ocHoBHoOro coctosiiua (KOC) BbisBAEH MeTaboau-
UYECKMI anKan03, TUNOKAAMEMWUST U TUMNOXAOPEMMUS
(KOC ot 23.04.2019: pH - 7,58, 6ukapboHat -
34 MMOAb/A, OCHOBaHUSI - 7,3 MMOAb/A, KaAUn —
2 MMOAb/A, XAOPUABI — 88 MMOAb/A). AAA AdAbHEWN-
Lero o6cAep0BaHMA C AMArHo3oM crHApom baptre-
pa? pebeHok nepeBeAcs B PecnybAMKaHCKWI LEHTP
AETCKOW HEDPOAOTMU U 3aMECTUTEABHOM MOYEYHOM
Tepanuu (3MT).

24.04-13.05.2019 r. - nepBasa rocnutannaa-
LUMs MaAbuMKa B PecnybAMKAHCKUIM LIEHTP AETCKOM
Hedponormm mn 3MT. CocToAHME NpPU MOCTYNAEHUMU
B OTAEAEHWE peaHMMauMW W UHTEHCUBHOW Tepa-
nuu TAXeAoe, ctabuabHoe. B cosHaHuK, pearnpyet
Ha CMOTP, KPUK TPOMKMKIA, OTMEYaeTCs MbllleyHas
rMNOTOHMSA. KOXHblEe NOKPOBbI BAEAHbIE, HA AMLE Na-
nyAe3Has CbiMb C LUEAYLUEHUEM, MOAMAAKTUAMA Ae-
BOW cTOMbl. CAM3NUCTbIE YMCTbIE, BAAXHble. OTEKOB
HeT. TOHbl cepala rPOMKUE, PUTMUYHbIE CUCTOAM-
yeckui wym B 1 1 5 Toukax. YCC - 128 B MUHYTY.
AA - 115/75 MM pT. CT. B Aerkunx - BE3MKyAApHOE
AblXxaHWe, XpunoB Het. YA - 32 B MWHYTY. XXKBOT
MArkMi, 6e36oAe3HeHHbIN. CTyA 1-2 pas3a B CyTKMH,
KalMueobpasHbIi, XeATbI, 6e3 NaTOAOrMUECKMX NPK-
mMecel. CyTOUHbIN Anype3 0KoAo 700 MA.

Macca tena - 7540 r (25-75 UEHTUAM), AAMHA
Tena - 67 cm (25-75 ueHtuAamn). drusmyeckoe pas-
BUTUE CPEAHEE, TaPMOHUYHOE.

O6bwm aHanmns kposu (OAK) ot 24.04.2019:
CHUXeHWe remornobuHa po 104 /A, TpomM6boumTOo3
(787*10°/n), ocTaAbHble MokasaTeAM B npepenax
BO3pPacTHOM HopMbl; oT 13.05.2019: TpomM60LMTO3
(537%10°%/A), 2031HOGUAMA (8 %).

0O6bwmr aHaansz moum (OAM) ot 24.04.2019
n 29.04.2019 - 6e3 naTtoAOruu.

Buoxumnueckuin aHanma KpoBu (BAK) ot
24.04.2019, 06.05.2019 1 13.05.2019 - 6e3 na-
TOAOTUM.

MNokasatenn KOC 3a BpemsA rocnuraaMsaumu
NPeACTaBAEHbl Ha pUCyHKke 1.
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Aara nposeaeHuna KOC

PucyHok 1. AMHamuka nokasatener KOC Ha ¢poHe NnpoBOAMMOM Tepanuu npu NnepBoil rocnutaAnsaLmm

Y3W opraHoB 6ptoLHon noroctu (OBIM) n moue-
BblpeAMTEABHOM cucTembl (MBC), HepocoHorpadpus
o1 25.05.2019 - 6e3 3XOCTPYKTYPHOM NAaTOAOTUMN.

AnekTtpokapanorpadua (OKIN ot 25.04 u
29.04.2019, XOATEPOBCKOE MOHWUTOPUPOBAHME
o1 10.05.2019 - 6€e3 naToAOr1Mu.

IXOKaPAMOCKONKMA C UCCAEAOBAHUEM AYTM a0PTbI
1 cocypoB BproLHoM aopTbl oT 25.04.2019: 6ukycnu-
AAAbHbIM @0PTaAbHbIM KAANaH; GyHKLMOHUPYHOLLLEE
oBanbHOe OkHO (POO) anametpom 2,0 MM; CTPYK-
TypHaa aHOMaAUA CepALa - HECKOAbKO AOMOAHU-
TEAbHbIX XOPA MOAOCTU AEBOI0 XeAyaouka (AXIAXK).

OcmoTp Kapanonora 13.05.2019: BMNC: 6ukycnu-
AAAbHbIM aopTaAbHbIKM KananaH. MAPC: ®00. AXIMAX.

Yponor ot 02.05.2019: $13MoAOTHUHECKOE CYyXe-
HWEe KpanHewn NAOTH.

Hesponor ot 24.04.2019: 3apepxKa TEMMNOB MO-
TOPHOrO Pa3BUTUSI BCAEACTBME 3HLEDANONATUN CME-
LLIAHHOTO reHesa.

[opmoHanbHOEe uccaepoBaHue ot 22.04.2019:
YPOBEHb PEHMHA U anbAOCTEPOHA B NMpeAenax BO3-
PaCTHOM HOPMbI.

C yuetom xanob (cnabocTb, 0OTKa3s OT eAbl), aHaM-
He3a 3aboAeBaHus (NosIBAEHKWE xanob Ha ¢oHe ne-
peHocumon OPW), aHaMHe3a XU3HU (MpexAeBpeMEH-
Hble POAbI, repnetTuyeckas MHOEKLMS, BbICOKAs Ku-
LeYyHaa HenpoxoAMMOCTb M MHorosoame npu Y3U
NAOAQ), AQHHbIX OCMOTPa (MblLLEYHAsA rMNOTOHUS, Bbl-
ChIMaHKA Ha KOXE AULLA C LLEAYLLIEHWEM), AabopaTop-
HbIX AaHHbIX (B KOC - meTaboAMUYecKWUin ankanos,
runokaAnnemMunsa n runoxaopemusi, B OAK - cHuxe-
HWe reMornobuHa), Pe3yAsTaToB MHCTPYMEHTAAbHbIX

METOAOB, 3aKAOUYEHUI Bpayen-cneumarmcToB Bbl-
CTaBAEH AMArHo3:

ocHoBHoW: Tybynonatusi: cuHapom baptTtepa
(N25.8);

COMYTCTBYIOLWMN: MHOXECTBEHHbIE BPOXAEH-
Hble NOPOKK Pa3BUTUS: BUKYCMUAAAbHBIA a0pTaAb-
HbIM KAanaH. MoAnpakTUAMS AeBoM ctonbl. MAPC:
®00. AXIMAX. BtopuuHasa aptepuanbHasa runep-
TEeH3MA. AHEMUA Aerkor cTeneHu. PU3MoAornye-
CKOE CYXeHWe KpanHen MAOTU. ATOMUYECKUN Aep-
MaTtuT, MAAAeHYeckass popma, AOKaAAM30BaHHbIN,
NepmMoA HEMOAHOM pemMuccuu. 3apepXka TeMNoB
MOTOPHOIO Pa3BUTUS BCAEACTBUE 3HUedaronaTum
CMELLaHHOro reHesa.

lpoBeAeHHOE AeYEHUE: HATPUS XAOPUA 4 MMOAL/
KI/CYT U KaAUa XAOPUA 2 MMOAL/KI/CYT BHYTPUBEHHO
W per 0s, aMAoAMNKUH 1,25 Mr 1 pa3 B CYTKM.

PebeHoK BbinMcaH U3 NeAUaTPUUECKOrO OTAEAE-
HWA Ne 1 (AN HEPPOAOTMUECKUX BOAbHBIX) B KOM-
NEHCMPOBAHHOM COCTOSIHUM C PEKOMEHAALIMSIMMU:

1) HabAoAeHME HedpoAoTra aMByAaTOPHO;

2) kKoHTpoAb KOC 1 BAK 1 pa3 B 7-10 aHeW,
OAM 1 pas B mecsl;

3) NnpoAOAXUTb Npuem per 0s 10 % HaTpusa XAO-
puaa no 4 ma 6 pas B CyTkM U 7,5 % KaAms XAOprAa
no 2,5 MA 6 pa3s B CyTKM Noa koHTpoaem KOCG;

4) ampopmnuH 1,25 Mr 1 pa3 B CyTKM MOA KOHT-
POAEM apTEPUAABHOIO AABAEHUS;

5) koHCcyAbTaumsa reHetnka B Y PHIIL «Matb
N AUTS.

B 07.2019 pebeHOK KOHCYALTUPOBaH rEHETUKOM
B 'Y PHIL, «MaTb n auta». Mo pesyastatam CekBe-
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HMpoBaHuna AHK ycTaHOBAEHO reTepOo3nroTHOE HOCH-
TeAbCTBO MyTaumm ¢.578C>T Bo 2 a3k30He reHa KCNJI.
MyTauumn B rOMO3UIOTHOM COCTOSIHUM YyKa3aHHOro
reHa onucaHbl y NauMeHToB CO 2 TUMNOM CUHAPOMA
bapttepa. C yyeTom npeackasaHua NaToreHHOCTU
MyTaumto ¢.578C>T Bo 2 ak30He reHa KCNJI MoxHO
PaCLEHUTb KaK NaTtoreHHyto. MNaToreHHbIX 1 YCAOBHO
naToreHHbIx Mmytaumi reHa SLCI2AI He BbISIBAEHO.
AnarHos: CuHapom bapTttepa, 2 TMn. MHOXECTBEH-
Hble BPOXAEHHbIE NOPOKK pa3BUTUS: BUKycnnaanb-
Hbl @aOpTaAbHbIM KA@NaH NpeakcUAsipHasa NOAMAAK-
TUAUSI AEBOW CTOMbI.

B 03.2020, 06.2020, 04.2021, 07.2021 pebe-
HOK NA@HOBO rOCMUTAAM3UPOBAACH B nepuaTpuue-
ckoe otaeneHne Ne 1 (AAst HedPOAOTMUECKUX BOAb-
HbIX) PecnybAMKaHCKOro LeHTpa AETCKON HEDPOAO-
rmn 1 3MT AAA onpepeneHUA  GYHKLMOHAABHOIO
COCTOSIHMSA MOYEK, KOPPEKLMM Tepanuu. MNpu rocnu-
Tanmzaumm B 07.2021 mama cTana NpeAbABASTb Xa-
AOBbl Ha exeAHEBHOE yualleHue CTyaa y pebeHka
AO 4 pas B cyTKW, 6&3 NaToOAOrMUYEeCcKUX NpuMecen
B TeueHre 3 NOCAeAHUX MECSILEB, MO MOBOAY Yero
6bIAM MPOBEAEHbI KOMporpamMma, noceB Ha naTto-
FEHHYI0 KuLleUHyto daopy (6e3 ocobeHHocTeN) U pe-
KOMEHAOBaHO 0b6cAeAOBaHUE HA LEAMAKUIO U KOH-
CYyAbTaLMS TacTPO3HTEPOAOTra aMbyAaTOPHO.

3a Bpems HabaoaeHus ¢ 04.2019 no 07.2021
npv oUueHKe GU3NYECKOro pPasBuTMA He BbIAO OTMeE-
YEeHO 3aAEPXKKU BECO-POCTOBLIX NOKa3aTenen (pucy-
HOK 2), UTO ABASIETCA OAHWM W3 XapaKTepHbIX Npu-
3HaKoB TybyAnonaTui.

C yuyeToM NpUCOEAMHEHUS CUHAPOMA MaAbab-
copbuUMr, HAAMYMA KAMHUYECKMX MPU3HAKOB, HE Xa-
paKTEPHbIX AAS CMHAPOMa bapTtTepa (apTepranbHas
rMNEPTEH3MA U OTCYTCTBME 3aAEPKKM TEMMOB GU3N-
YECKOro Pa3BUTUS) AANST MCKAKOUEHMA COYETaHHOWM
NaTOAOTMN MOYEBBLIAEAUTEABHON CUCTEMbI U XKEAY-
AOYHO-KULLEYHOrO TpaKTa B paMkKax reHeTUYECKOro
CMHAPOMa OblAa PEKOMEHAOBaAHA NMOBTOPHAs KOH-
CyAbTaLMS reHeTUKa.

B 11.2021 pebeHKy NpoBEAEHO MOAEKYASPHO-
reHeTUYeCKoe MUCCAeAOBaHWE (KAMHWYECKOE CekK-
BEHWPOBaHWE reHoMa): yCTaHOBAEHa MyTaluMs reHa
SLC26A3, xapaKkTepHas AN BPOXAEHHOW XAOPUA-
HOW AMapew.

MocaepHAst rocnuTanmsauma pebenka ¢ 17.03.
no 30.03.22. )Xaro6 Ha MOMEHT OCMOTPa Mama He
npeabsiBAfieT. 06LLee COCTOSTHUE CPEAHEN TAXECTH,
KOMMNeHcHpoBaHHOEe. PeBEHOK aKTMBHbIN, anneTut
M COH He HapyLeHbl. KoXHble NOKPOBbI M BUAUMbIE
CAU3UCTblE BAEAHO-PO30BbIE, UNCTbIE, CyXxne. OTeKOB

I MEAVLMHCKWH XYPHAA 4/2022

HeT. MNepudepuryeckne AMMOOY3Abl HE YBEAUUYEHDI,
mMaArkue, 6e3bonresHeHHble. ToHbl CepALIA SICHbIE, PUT-
MWUYHbIE, CUCTOAMYECKMI LWyM B 1 1 5 Toukax, UCC -
102 B muHyTy. AA - 95/60 MM pT. CT. B Aerkmnx -
BE3MKYASIPHOE AbIXaHWE, XPUMOoB HeT, YA - 26 B MUHY-
Ty. )KMBOT MArkui, 6e3bonesHeHHbIN. CTya 3-4 pasa
B CYTKM, pPa3XmXeHHbIK, 6e3 NaToAOrM4yecKux npw-
mMecen. CyTouHbIn Anype3 okono 1000 MA.

Macca Tena 19 kr (90-97 ueHTUAM), AAMHA TeAa
101 cm (25-75 ueHTUAM). Dusnyeckoe pasBuTHE
PEe3Ko AMCrapMOHWUYHOE.

KOC ot 18.03.22: pH 7,4, bukapboHat -
25,5 MMOAb/A, OCHOBaHUS — 1,3 MMOAb/A, KAAUK —
4,2 MMOAb/A, XAOPUABI = 103 MMOAL/A (HOpMa).

BAK, OAK, OAM ot 18.03.22: Bo3pacTHas HopMa.

CyTouHana aKkcKpeuusa okcanatoB or 23.03.22:
18,48 mr/cyT (BblLle HOPMbI).

Broxmmunuecknin aHaama moun ot 25.03.22: Ka-
At - 32,42 (25-125) MMOAL/CYT, HaTpun - 26,45
(130-260) mmonb/cyT, xaopuabl 14,8 (170-210)
MMOAb/CYT.

CK® no Weapuy ot 30.03.22: 83,5 wmn/
MWH/1,73 M2,

Y3W OBI1, MBC, wutoBMAHOW Xenesbl, IKI oT
18.03.22: 6€3 NaToAOr1MK.

IXOKapAMOCKOMNNSA C MCCAEAOBAHMEM AYTM aop-
Tbl U COCYAOB BptoLLIHOM aopTbl 0T 25.03.2022: 6u-
KYCMMAQAbHbIM aopTaAbHbIM KAaMaH; CTPYKTypHas
aHoMaAus cepala — HeCcKoAbKo AXITAXK.

MpoBeaeHHOEe AeueHue: 10 % HaTpusa XAOPUA,
7,5 % KaAusa XAOPUA, aMAOAMMUH.

C yueTom aHamHe3a 3aboneBaHMs, AAHHbIX OC-
MOTpa, pPe3yAbTaToB reHEeTUYECKOro, AabopPaTOPHbIX
M MHCTPYMEHTaAbHbIX METOAOB WCCAEAOBAHMUA pe-
6EHKY BbICTABAEH AMArHO3:

OCHOBHOM: BpoOXAeHHasa xaopuaHas Avapes
1 TMna ¢ ayTOCOMHO-PELLECCUBHbIM TUMOM HacCAe-
poBaHua (OMIM:214700);

COMyTCTBYIOLWMK: MHOXECTBEHHbIE BPOXAEH-
Hble NMOPOKK Pa3BUTUS: BUKYCMMAAABHBIN a0pTaAb-
HbIKM KAaNaH. [peakcuasipHas NOAMAAKTUAUS AEBOM
ctonbl. MAPC: AXMNAX. BtopuuHas apTepuanbHas
runepteHaunsa. Oxupenue ¢ UMT 18,62 ki/m?, cTa-
6unbHoe TeueHrne OKcanaTHas KpUCTaAAypus. ATo-
NMUUYECKUIA AEPMATHT, MAGAEHUYecKass dopma, AOKa-
AM30BaHHbIN, NEPUOA PEMUCCUN.

PebeHoK BbIMMCcaH M3 NeAMaTPUUYECKOrO OTAEAE-
H1A Ne 1 (AAS HEDPOAOTMUECKUX BOAbHBIX) B KOM-
NEHCUPOBAHHOM COCTOSIHUW C PEKOMEHAALUAMM:

1. HabatopeHue Hedpoaora, racTposHTEpPOAOra
aMByAaTOPHO.
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PucyHok 2. Comatorpamma nauueHTta M. 3a nepruoa HabAAEHUS

2. [MnookcanaTHas aMeTta + AOCTATOUHbIN MUTbe-
BOW peXMM.

3. KoHTpoab Koc 1 pa3 B 7-10 aHel, 6bak 1 oam
1 pa3 B mecal,.

4. Mpoponxutb npuem per os 10 % HaTpusa XAo-
puaa no 9 MA 6 pas B CYTKU U 7,5 % KaAust XAopuaa
no 10 MA 6 pa3 B CYTKM MNOA KOHTPOAEM KOC.

5. AMpaoamnuH 1,25 Mr 1 pas B CyTKM NOA KOHT-
poAeM apTepPUANbHOIO AABAEHUSA.

3akAloueHue

MpeACTaBAEHHbIM KAMHUYECKMIA CAyval MOKa-
3bIBAET CAOXKHOCTb AMArHOCTUKU BPOXAEHHOM XAO-
pUAHON Anapeun. MoppobHbIM aHamMHe3 (TeyeHue
M OCAOXHeHWST BepeMeHHOCTU, pe3yAbTatbl Y3U
MAOAQ), MPaBUAbHAA MHTEPNPETaLMa KAMHUYECKUX
M AabopaTopPHbIX AAHHbIX, BO3MOXHOCTb MPOBEAE-

HWA T’eHEeETUYeCKoro TeCtTMpoBaHUA, MyAbTUAUCLNM-
AMHaPHbIA NOAXOA CNOCOOCTBYHOT CBOEBPEMEHHOM
NMOCTaHOBKE AMArHo3a, Ha3HauyeHW0 aAEKBATHOM Te-
panuu U NPOGUAAKTUKE OCAOXKHEHUMN.
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