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Cpenu 3a00/1eBaHMii KHIIEYHUKA y JeTell paHHEro BO3pacTa HapylleHUsl BCACBIBAHHS YIJICBOJAOB 3aHHUMAIOT
oaHo u3 Beaymux mect. [lpuBeneH KIMHUYECKHH cJyyail BPOKIEHHON BHYTPHIOJIOCTHON MajbabcopOuuu,
geuuuTa  TpPaHCIOPTepa  MOHOCAXapWAa  KHIIEYHHMKa, o0eclnevyWBaloIiero mnepeHoc  0Oeqka  u3
JH/IOILIA3MATHYECKOr0 PeTHKYJIyMa B 30HY LIEeTOYHOH Kaiimbl. 3a0oJ/ieBaHHe MMeeT I'eHETHYECKYI0 NPHPOAY,
HacJielyeTcsl 10 AayTOCOMHO-pelieCcCHBHOMY Tuny. Majdb4MKH M [eBOYKH CTPAaJal0T OJHHAKOBO 4YacTo.
I'oM0O3MroTHBIE HOCHUTEIU FeHa COXPAHAIOT KJIMHHYECKHe NMPU3HAKH HA BCIO *KU3Hb. B 1aHHON cTaThbe KpaTkKo
paccMOTpeHbl COBPeMeHHbIe NMPeACTABIeHHs] 00 3THOJIOTUH, NATOTeHe3e U KINHUKE CHHAPOMa Majbadcopouun
r110K03bl/TadakTo3bl (GGM); npuBeeHbI JIUTepaTypPHbIe JaHHbIC 0 PACIIPOCTPAHEHHOCTH JAHHBIX HAPYLIECHU
y NAal{eHTOB, CTPAJalIIHMX 3THM peIKHM 3a0ojieBaHHeM. BbIpaskeHHble NPOSIBJICHHS JAaHHOTO CHHIpPOMA
Ma/iba0copOuUH MOTYT OTMEYaTbCsl B PaHHEM BO3pacTe ¢ MOCJAEAYIIIHM Pa3sBUTHEM aaNTAllMd KHIIEYHOMH
MHUKPOQJIOPBI K OCTATOYHON IUII0KO3€e H rajakro3e. 3a0o/jeBaHue NPOSABJsieTCs pelUuAMBHPYIOLIeil quapeeii ¢
00e3BOKMBAHUEM, MOTepell Macchl Tesla NPH KOPMJICHHWH TPYAHBIM MOJOKOM WJIM OOBLIYHBIMH JAeTCKUMH
cvecavu. s wiunocTpanuu  KJIMHWYeckux Hapymenuii nmpu GGM npuBeaeH KIMHMYeCKHMil ciayuvaii,
ONHMCHIBAIOIIMI NMANMEHTKY ¢ JaHHbIM 3a0oJieBaHHeM BcieacTBHe myTanun B reHe SLCSAIL. Ilporno3 mpu
CBOEBPEMEHHON KOPPEKIUH caXap030-U30MaJbTO3HOI0 AeruuTa 6J1aronpusTHHINA.

Kirouesrie cioBa: BpPOXICHHAA Mam,a6cop6u1/1;[ TIIFOKO3BI U TAJIAKTO3BI, ACTUApaTalus, JICKTPOJIUTHBIC HAPYIICHUA,
HYTPpUTHUBHAs MOAACPIKKA.

GLUCOSE-GALACTOSE MALABSORPTION IN A YOUNG CHILD, CLINICAL CASE
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Among intestinal diseases in young children, carbohydrate absorption disorders occupy one of the leading
places. A clinical case of congenital intracavitary malabsorption, deficiency of the intestinal monosaccharide
transporter, providing protein transfer from the endoplasmic reticulum to the brush border area is presented.
The disease is of a genetic nature, inherited in an autosomal recessive manner. Boys and girls fall equally often.
Homozygous gene carriers retain clinical signs for life. This article briefly discusses the current understanding of
the etiology, pathogenesis and clinic of glucose / galactose malabsorption syndrome (GGM); literature data on
the prevalence of these disorders in patients suffering from this rare disease are given. Pronounced
manifestations of this malabsorption syndrome may occur at an early age, followed by the development of the
adaptation of the intestinal microflora to non-absorbed glucose and galactose. The disease is manifested by
recurrent diarrhea with dehydration, weight loss when breastfed or regular infant formula. A clinical case
describing a patient with this disease due to a mutation in the SLC5A1 gene is provided to illustrate the clinical
impairment in GGM. The prognosis of this disease, with timely correction of sucrose-isomalt insufficiency, is
favorable.
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BcacwiBanne MoHOcaxapumoB  (TJIFOKO3bI, TalakTo3bl, (PYKTO3bI) MPOUCXOIUT B
SHTEPOIUTaX TOHKOTO KHIICUYHUKA IO JCHCTBHEM OEJKOBBIX TPAHCIOPTHBIX cucTeM. [lpu
HapylleHUH (YyHKIIMOHUPOBAHUS JAHHBIX CHUCTEM pa3BUBAeTCA CHHIPOM MajbaOcopouuu [1].

Bcenencreue nedexkra  crnenuduueckoro  Oenka-mepeHOCUYMKa B KUIICUHMKE HAPYIIACTCS



BCAaChIBAHHME MOHOCAXapUJ0B, KOTOPHIE HAKAIJIMBAIOTCS B IPOCBETE TOHKOM KHWIIKH, BbI3bIBas
MOBBIIIEHNE OCMOTHUYECKOTO JaBlIEHUs, OaKTepHallbHOe OpOKEHHE, YTO MPUBOIUT K U30BITOUHOMY
MOCTYIUICHHUIO BOJBI B MPOCBET KHUIIEYHUKA, AUApEe U, KaK CJIeICTBUE, K 00e3BOKMBaHMUIO. [2, 3].
IIpu sToM Mopdosorndeckn CiAu3UCTas KUIIEYHUKA ObIBACT HE W3MEHEHa, TaK XK€ Kak U He
HapylIeHa aKTUBHOCTh KUIIEUHBIX Aucaxapuias [4].

CHuHIpPOM TIIFOKO30-TalakTO3HOM ManmbabcopOrimu (GGM) sBiseTcs OYEHb PEIKUM
ayTOCOMHO-PEIECCUBHBIM 3a00JI€BAaHNEM, BbI3BAHHBIM AePEKTOM Oellka KOTpaHCIOpTepa TIFOKO3bI
U TajJakTo3bl B KHUIIEYHHKE. Bo BceM Mmupe ObUIO BBIABICHO BCETO HECKOJIBKO COTEH CIIy4aes.
Opnaxo 10 10% HaceneHus: MOTYT UMETh HECKOJBKO YMEHBIIEHHYIO CIIOCOOHOCTH K abcopOuuun
TJTFOKO3BI 0€3 CBSI3aHHBIX CO 3/I0POBBEM MpooOIIeM [5].

TpancnopTepbl TIIOKO3bI TMPEACTABISAIOT COOOW MHTErpajibHble MeMOpaHHbIE OenKH,
KOTOpBIE ONOCPEAYIOT IEPEHOC TIUIIOKO3bl M CTPYKTYPHO CBSI3aHHBIX BELIECTB (B TOM 4YHCIIE
CTPYKTYPHO MOJO00HOM TajakTo3bl) uepe3 KIETOYHbIe MeMOpaHbl. Bbulo MACHTHU(DUIIMPOBAHO JBA
CeMENCTBa TpaHCIOPTEpa TIIIOKO3BI: CEMEHCTBO TPAHCIOPTEPOB ¢ oOserdeHHON auddy3uei
(cemeiicto GLUT), wu3BecTHOoe Kak «uniporters», M HaTPUEBO-3aBHCHMOE CEMEIHCTBO
TpaHcropTepoB IoKo3bl (cemeiictBo SGLT), Takke H3BECTHOE KaK «KOTPAHCIOPTEPH» WIH
«CUMIIOPTEPHD», KOTOPHIE B CBOIO ouepeb KoaupyroTcs reHom SLCSAL [6, 7].

Kontpakropnsiii 6enok Hatpust / rioko3sl (SGLT1) Haxonutcs B OCHOBHOM B KHIIIEYHOM
TpakTe, B MEHbIIEH CTENEHHU B MOYKaX, I/ OH UTPaeT BaXKHYIO POJb B Ipoliecce MepeMelieHHs U
JAJIbHEUIIIET0 TIOTJIOMICHHSI TIIOKO3bI U TallakTO3bl Yepe3 MIETOYHbIE KaeMKHU YHTepOIUTOB. HaTpwii
1 BOJIa TPAHCIIOPTUPYIOTCA Yepe3 MeMOpaHy SHTEPOLMTOB BMECTE C caxapaMH B 3TOM Ipolecce
[8].

MyTtauuy, KOTOpble MPEMSTCTBYIOT  BBIIOJHEHUIO 3TOM  (QyHKIMH  OelIKoM  —
KOTPaHCIIOPTEPOM HATpusi / TIIOKO3bI, MPHUBOIAT K HAKOIUICHUIO TIIOKO3bl M TalaKTO3bl B
KHUIIEYHOM TpakTe. DTOT OTKa3 OT aKTUBHOT'O TPAHCIIOPTa MPeaoTBpamaeT abcopOLunIo IITIOKO3bI U
rajJlakTo3bl W oOecreueHue ajaekBaTHoro mnuraHusa. Kpome Toro, Bojma, Koropas OOBIYHO
nepeMenanach 4epe3 rpaHuily MeMOpaHbl HSHTEPOLIMTOB C CaxapoM, BMECTO ATOrO OCTAeTCs B
KUIIEYHOM TPaKTE, BHIBOJUTCS C KaJOBBIMH MaccaMu, YTO MPUBOAUT K TsoKenod nuapee. [lpu
JTAaHHOW HACIIEJICTBEHHONW MallbaOCOPOIMK TIFOKO3BI M TATAKTO3bl AHAJNIOTUYHBIA TPAHCIOPTHBIN
neeKT TIFOK03bl 0OHAPY)KUBAIOT W B MOYEYHBIX KAHAJBIAX, YTO MOXKET MPHUBOANUTH K PA3BUTHIO
WHCYJIMHOHE3aBUCUMOT0 caxapHoro auabera [9, 10].

Tunuunass KIMHUYECKas KapTHHA TMPU CUHAPOME MalbaOCOPOLMU TIIFOKO3BI/TATAKTO3bI
(GGM) BkIIOYaeT CHeAyIOIIMe CHUMITOMBL: OypHOE pa3BUTHE BOJSHHCTOM JMApeH C
00€3BOKMBAaHUEM, MOTEpPEN Macchl Teaa NPU KOPMJIEHHM TPYIHBIM MOJOKOM WM OOBIYHBIMU

JCTCKHUMH CMCCSIMH. XapaKTepHo IMPUCOCAUHCHUC CHMIITOMOB 3H,I[0KpPIHHOI>'I HEAOCTATOYHOCTH



(TMIOTOHWY, TTOJIMYPHUH € TIFOKO3ypHUEH, TIOTHIUIICHN) Ha (hoHE TUTIorIHKemuu [11].

K koHIly mepBoro roja JKU3HM  BBIPQKEHHOCTh  KJIMHUYECKUX  MPOSIBICHUN
TJIIOKO30/TaTaKTO3HOW ManbaOCcopOIMK CHIKaeTcsl Onarojapss YMEHBLICHUIO JOIH MOJOYHOTO
MUTaHUS B paluoHe peOeHKa W aIanTaluu KUIIEYHOW MUKPOQIIOPHI K HEBCOCABIICHCS TIIOKO3€ U
rajlakTo3e, BO3MOKHA KJIMHHMYECKas PEMHUCCHS AaKe MPU M3HAYAIBHO TSDKEIOW ManpabcopOuuu
[JIIOKO3BI/TANaKTO3bl, HECMOTPSI HA TO, YTO AKTUBHBIA MEPEHOC TIIIOKO3bI B KEIYAKE OTCYTCTBYET
[4].

JleyeHue Ha MepBOM IOy XKU3HU TPU MaTbaOCOPOIMH TIIFOKO3bI U TaJaKTO3bl B MEPBYIO
ouepelib — 3TO 0TKa3 OT IPYIHOT0 BCKapMIIMBAHUS U BCKapMJIMBaHUS MOJOYHBIMU cMecsiMu. CMecu
Ha ocHOBe (GpykTo3bl B PD He 3apeructpupoBaHbl. PexomeHayercs mepeBoa Ha O€3/1aKTO3HBIC
CMECH, XOTs JaHHbIe CMECH HE HCKIIOYaloT W3 MHUTaHUs TIIOKo3y. B ciydae pa3BuTHS
00€3BOKMBAaHUS MPUMEHSIOT NapeHTEepabHOEe MUTAHUE, BBEJCHHE TIIIOKO30-COJIEBBIX PAaCTBOPOB.
[Tocne noctmxeHUs] KIMHUYECKONH PEMUCCUH, TI0O MEpe B3pOCIeHUs] peOeHKa, OCHOBHBIM METOAO0M
JeYeHUsT JAaHHOM DHTEPOINAaTUU COXpaHsAETCs CTpoKailiee, MOXKU3HEHHOE COOIIOCHHE
0e3MONIOuHOM AueThl (mpu MeTabonM3Me MOJIOYHBIX MPOAYKTOB 00pasyercss TraiakTosa).
Heo6xoauMo MCKIIIOYUTH M3 pallMOHA MHUTAHHS caxap, CIaJ0CTH U IPYrHe MUCTOYHHMKH TIIOKO3BI.
Paspermensl k ynotpe0ieHuio oBoIH, GPYKTHI, MsICO, pbiOa, siiia, *upsl, ppykrosa, mexn [12, 13].

B nmanHO#1 cTathe MpeACcTaBiIeH CIOKHBIA KIMHUYECKHHN Clydail CHHIpOMa MajabadCcopOIuu
Ha (poHE BPOKICHHOW TIIFOKO30-TAJAKTO3HON HEAOCTATOYHOCTH Yy PEeOCHKA (JICBOYKH) pPaHHETO
BozpacTa. llenpto  maHHOM  paboOThl  ABNSETCS  NpPUBICYCHHE BHUMAHUS  TEAMATPOB-
TacTPOIHTEPOJIOTOB K MpoOIieMe AUATHOCTUKH CHHIPOMa MaibaOCOPOIUH TIIOKO3BI U TallaKTO3bI.
PaznuyatoT nmepBUUHYIO (BPOXKACHHYIO) TIIIOKO30-TJIAKTO3HYIO HEIOCTAaTOYHOCTh M BTOPUYHYIO,
KOTOpasi BO3HUKAET MPHU THKEIBIX BOCHAIUTEIBHBIX U AUCTPOPHUUECKUX TMOPAKEHUSX Ha (oHe
KHUIIEYHON MH(PEKINU WIN [ETHAKHIH.

Martepuana u MeToAbI HCCJIeI0BAHUS

W3 anamHe3a: 1eBOYKa pOIWIIACH OT 2-if OepeMEeHHOCTH, IPOTEeKaBIIei Ha (JOHE BUPYCHON
MH(EKIUN B TIEPBOM TPUMECTPE; OT BTOPHIX CPOUYHBIX pOjOB, ¢ Maccoi Tena 3900 r, moHoIIeHHas,
OLIeHKa 10 ImKane Anrap 8—9 6annoB; K rpyau MPUIIOKEeHA B MIEpBbIe CyTKU. Brinucana Ha 2-i 1eHb
KHU3HU TI0J] HAONIOJCHUE YYacTKOBOM ciyxObl, Macca Tena npu Beimucke 3720 r. C mMomeHTa
BBIIIMCKU U3 POJWJIBHOTO JOMa HaXOAWJIaCh UCKIIOYUTEIBLHO HAa IPYyJAHOM BCKapMIIMBAHHUHU, C 5-TO
JTHS )KM3HHU YCUJIWIICS alllleTUT, cTaja CPhIrMBaTh MajbIMU MOPLUSAMHU, TOCTENIEHHO Hayall MEHATHCS
XapakTep CTyla: cTajl KUAKUM U y4JalleHHbIM. JleBouka Ha »3ToM (oHE cTanma Bsuias,
Majo3MolMoHanbHasd. B Bo3pacte 13 nHel nocTtynuia B OTAEIEHUE NATOJIOTUU HOBOPOKIEHHBIX C
TSOKEIION CTEeTNeHBbI0 00e3BoKMBaHUs, nepuruToM Macchl Tena (JAMT) Gomee 21% (—820 1), 1o

TAKECTU COCTOAHUA TIEPEBCACHA B OTACICHHUEC pC€aHMMAallMUd HOBOPOXIACHHBIX C JWMAarHO30M:



BHYTPHYTpOOHOE MHPHUIHUPOBAaHUE, TUIOTPOUS 2- CTEeNeHH, CHHIPOM ManbadcopOrun. OOmiee
COCTOSTHME OLIEHMBAJIOCh KaK TSKEJIOe 3a CUET TMIOBOJIEMHH, HIEKTPOIUTHBIX HapylIeHU Ha GoHe
3HAYUTENBHON TMOTepU Macchl Tena (OeTUAapaTalid  TsDKETOW  CTETNeHM), OSHTEPalbHOU
HEIOCTaTOYHOCTH, AUCHYHKIMU JKEIyJAOYHO-KHIIEUYHOro Tpakra. Ilpu ocmoTpe oTmeuanuch
nepudepuIecKuil MaHo3, CEPOCTh KOKHBIX MOKPOBOB. [10KOKHO-)KUPOBOH CIIOH OBLIT UCTOHYCH
Ha JKMBOTE, TpyAu M Oeapax, Typrop KOXH CHUXEH. J[BUratenbHas aKTUBHOCTb CHHUXKEHA.
Otmedanuch yrHeteHue pedIieKcoB HOBOPOKICHHOTO, Ca0blid, OO0Je3HEHHBIH KpUK. B jerkux
JBIXaHUE OCTa0JICHHOE, XPUITHI HE BBICTYIITMBAINUCH, YacTOTA AbixaHus 10 70 B MuHyTy. CepaeuHble
TOHBI PUTMHMYHBIE, IPUTIYILIEHHbIE, ¢ YacToTol 144 B munyty. )KuBotr ymepenHo B3ayT. Ileuenp
BBICTyTIAIa U3-1oj] pedepHoro kpas Ha 4,0 cM, cenezenka Ha 2,0 cM. CTyn BOJASHUCTBIN, C KUCITBIM
3amaxom, 0e3 maToJI0rMuecKux npumecen, 10 8—10 pa3 B CyTKH.

ITpu obcnenoBaHNy BBISIBIICHO: HapacTaHHE B TEUCHHE CYTOK JieikonuTosa ¢ 18,6 1o 34,3 x
10 °/n ¢ muskum COD 3,0 mm/a u CPB 0,29 mr/n. CHHAPOM IUTONU3A: MOBHIIEHHE aKTHBHOCTH
anaHuH-/acnapraramuHoTrpanchepas (AJIT/ACT) mo 179/213 En/n; cuHmpom XojecTasa:
MOBBIIIICHUE  AKTUBHOCTH  rammarinytamunrpadcnentugazsl  (I'TT)  mo 147,5 ME/n,
runepOmupyounemust 85,7/13,9 mxmons/n. Hapacranue B KpoBu ypoBHEH MoueBUHBI 10 13,3
MKMOJIB/J M KpeaTuHuHa 110 74 MkMoib/1. B kpoBu anTHTena k Bupycam (LIMB, Tokcomna3zmosa,
KpacHyXH, repreca) He 0OHapY KEHBI.

Ha 4-e cyTku ¢ MOMEHTa MOCTYIJICHUSI B TEUCHUE HECKOJIbKUX JHEH OTMEYallach CTOMKas
rUneprivukeMus 10 25,1 MMOJb/I.

Kucnotno-menounoe cocrosinue (KILC), aneKTpoiauTbl KpoBHM — JIEKOMIIEHCUPOBAHHBIN
MeTtabommueckuii anmnos3: pH — 7,08 (mopma 7,35-7,45), pCO2 — 25,6 (Hopma 35-45), pO2 — 60,3
(80-100), SBE — 20,7 mmounps/in, HCO3 — 9,6 mmounb/n, naktat — 1,6 Mmons/a, Na — 153 mmouns/n
(135-148), K — 4,2 (3,5-4,5) mmons/n, Cl — 168 (98.-106,0) mmons/n. ['moko3za kposu — 10,9
MMOJIB/I.

Onextponutbl kpoBu: Hatpuit 197 (135,0-145,0) mmons/n, xmopuasr 170,7 (101. —111,0)
MMOJIB/J, Kanuit 3,6 (3,5-5,1) mmomns/n, kanbuii 2,74 (2,1-2,6) MMoIb/1.

[To pe3ynpTaTam aHanM3a Kaja KOJIHMYeCTBEHHBIM MeTofoM — Escherichia coli (HopmanbHOI
depmenTanuu) 107, Tloces npombIBHEIX Boa — Escherichia coli ESBL; 107. IToces kpoBM U HOCEB
Ma3ka Ha MUKpoQopy, OakTepraabHbIi IOCEB Kajla U Kaj Ha SHTEPONATOr€HHbIE SIIEPUXUU — POCT
(dbmopbl HE OOHAPYIKEH.

[To maHHBIM MPOBOJAUMOTO CKPUHUHTA HOBOPOKJIECHHBIX Ha TaJaKTO3€MUI0, MyKOBUCIIUIO3,
BPOXJICHHYI0 AMCOYHKIMIO KOPBI HAANOYEYHHKOB, TUIOTUPEO3 — pE3yIbTaThl AaHAJIH30B,
MIPOBOJIUMBIX IO METOJLy CYXOTO IATHA, ObUTH OTpUIAaTeNbHBIMH. C yUETOM MOBBIIIEHHOTO YPOBHS

HENTpaJbHBIX KUPOB B aHAJIM3€ Kajla U HU3KUX 3HAUYEHUN aMuiIa3bl B KPOBHU ObLIT MOBTOPHO B3AT



aHaJIW3 KPOBH (MOJEKYJSPHO-T€HETUYECKOE MCCIEIOBAHNE) HAa MYKOBUCIHA03 — pe3yJbTar
aHaJM3a OTPUIIATENbHBIN (TI0 8§ TeHaM).

ITo panHpiM O3l MOHMTOpPHHra 3aperucTpUpPOBAHO HapylleHHe (YHKIHOHAIBHOIO
cocrosausi UHC cpenneit crenenn. XapakTepUCTUKU OMOAIEKTPUUYECKONW aKTHBHOCTU TOJIOBHOTO
MO3ra COOTBETCTBOBAJIM BO3pacTy 39-HEJENbHOTO HOBOPOXKIEHHOIO. ODNHIENTH(POPMHOM
aKTUBHOCTH HE 3apETUCTPUPOBAHO.

Heiipoconorpadus: nukBopHas cucreMa B mpeseniax HopMbl. OpraHndeckoil maToJIOTHH He
BbIsIBICHO. Y3 abnomMuHanbHOE + MOYKHU: 6€3 CTPYKTYPHBIX H3MEHEHHIA.

B Teuenue mecsua npeObIBaHUS B OTACJIEHUU aHECTE3UOJIOTUH M PEAHMMAlLlUU COCTOSIHUE
pebeHka ocTaBajoCh KpailHEe TSKENBIM 3a CUeT BBIPAXKEHHOI'O SKCHKO3a C HapacTaHUEM BOJHO-
ANEKTPOJIUTHBIX HAPYUICHWH, HapacTaHWEM aMUHOTpaHc(epas3, TPAH3UTOPHON TUIEPTIUKEMUU C
noKo3ypuel. OTMevanoch OCJI0KHEHUE B BUJIE CETICUCA, BRI3BAHHOTO KUILIEYHOM MaIOUKOi.

[IpoBommiace nuddepeHnuanpHas JUarHOCTHKAa C  BHYTPHYTpOoOHOW  HWH(EKIHeH,
HaCJIEICTBEHHBIMH OOJIE3HSIMI OOMEHA BEIIECTB.

JleyeHue ¢ MOMEHTa MOCTYIUICHHSI: peOCHOK OBbLI MEpPEeBE/ICH C TPYAHOr0 BCKApMIIMBAHUS Ha
AMC «IIpeHAH», HO c ydeToM IUIOXOM NEPEHOCUMOCTH (YacThIX CPBITMBaHHWM, COXpaHEHUS
4acToro HJKOro ctyja) cMech 3aMeHeHa Ha AMC «HAH AMUHOKHUCIIOTBDY.

[IpoBoauiack [€TOKCHKAIlMOHHAs Tepamusi, YacTMYHO NapeHTepalbHOE NHUTAHHE —
BBOJWJINCH OEJIKOBBIE IMpenaparbl (aMUHOBEH, TUIENTHBEH), MO TSXKECTH COCTOSHHUS C YYETOM
pa3BUTHSA CeIlCHca MPOBOAWIACHE MAaCCHUBHAs aHTHOAaKTepuaibHas Tepanusi (aMOUIWUINH C
TeHTaMHUIIMHOM, SHTEPOQYpPHII, MEpOHEM, HETHIMUIIMH, edTazuauM). Ha nepuon runeprivkeMun
— TUTPOBAHHUE WHCYJINHA.

Ha ¢one mpoBoguMoro nedeHusi cocrosiHne pebeHka crabwmimsupoBaniochk. IlepeBemena
CaHUTApHOW aBHAalMEd B OKPYXKHYIO AETCKYI0 KinHu4eckyto OonpHully (OJKB) B nHdpekunonHoe
OTJEJIEHHE C JUarHo3oM: «PaccTpoiCTBO CHCTEMBl NHUIIEBAPEHHS B IEPUHATAIBHOM IEPUOJIE
HeyTrouHeHHoe. ['mmorpodus 3-i crenenn. Cuaapom MambadcopOrum. OClIoKHEHHE OCHOBHOTO:
Mpexojsdilee HapylleHHe YTJIEBOJHOTO OOMEeHa Yy HOBOPOXAEHHOro. ComyTCTBYIOIIUNI:
nepeOpasibHas JETPEccusi y HOBOPOKICHHOTO Ha (JOHE COMATUYECKOTO 3a00ICBaHHUSI.

Macca Tena B Bozpacte 1 mecsaua — 3400 r (=500 r ¢ poxnenus). B O[AKb naxoaunuce 14
JTHEH, OT MPOIOJIKEHUS] TOCTIUTAIM3AIMH U NIPOBEIeHNsl OMONCUM KHIIEYHHKAa Mama OTKa3ajach. B
Je4eHUn ObUIM MPOJOJIKEHbI MapeHTEpaJbHOE MUTaHHE, aHTHOAKTepuaibHasl Tepamnus, ¢ y4eToM
HapacTalomeid aHeMHH  OJHOKPAaTHO  MPOBOJAWIACH  3aMECTUTENIbHAas  TeMoTpaHc]y3us
SPUTPOLIMTAPHON B3BECH, H0OaBIICH MpueM (pepMeHTHOTO npenapara «Kpeony.

B oOcrnenoBannm — MCKIOYEHA KumiedHass MH(EKIWs (aHAIM3bl HA aHTUTEHBI BUPYCOB,

kamnuio0akrep, orpunarenpHas PIIIA Ha Bo3OymuTeneil Au3eHTEpUH). YUUTHIBAsS BBICOKHM



YpOBEHb HEUTpPaJIbHOIO JKMpAa B aHANU3€ Kajla, TacTPOIHTEPOJIOrOM ObLIO IMOBTOPHO
PEKOMEH/I0BAaHO HCKIIOYUTh MYKOBHCUHI03. [loToBble mpoOBI HE NPOBOAMIHCH. TpexXKpaTHO
BBOJWJICS COJIyMEAPOJI B CBA3M C TOJO3PEHMEM Ha TPAH3UTOPHYIO HAANOYECYHUKOBYIO
HEIOCTaTOYHOCTh (J1a0OpaToOpHO HE MOATBEPXKIEHHYIO — YpoBeHb Koptuszona u 17-OII" — B
npenenax peQepeHCHbIX 3HAYEHWH, OTCYTCTBHE CTOMKHX DJIEKTPOJMTHBIX  HApYIICHUH).
OtMmeuanack moOOYHasi peaklds Ha BBEJEHHWE Mpemnapara (coiaymenposa) B Buae addEKTUBHOTO
npucTyna. Y4uTbiBas MOOOYHYIO PEaKINIo, MaMa 0TKa3aaach OT JaHHOM Teparui.

B muraHumM B CBA3M C OTCYTCTBHEM CMeCedl Ha OCHOBE AaMHHOKHCIIOT ObUIa IOIMbITKA
nepeBosia Ha OE3/aKTO3HYI0 aJanTHpoBaHHyl0 MonouHylo cmeck (AMC) «Hyrtpunon
0€371aKTO3HBI» — OTMEYAJIOCh HApYIICHHE CTyna (HerepeBapeHHBIH), MOCIe Yero AeBoYKa ObLia
nepeseneHa Ha AMC «Hytpunon mnentu ractpo» — CTyn cTain Ooliee KamuieoOpa3HBbIi,
nepeBapeHHblil. Macca tena npu Beinucke u3 OJIKb — 4110 r B Bozpacte 1 mecsna 14 nueit.

[Ipu BO3BpallleHUH TOMOM CTYJI BHOBb CTaJl BOASIHUCTBIM, 3a JIBO€ CYTOK IOTEPSI Macchl Tela
y pebenka —460 r. 3 HoBoro B nmutanuu Mmamoii B AMC BBouIiICS 000TaTUTENh TPYAHOTO MOJIOKA
«Pre NAN FM 85» (KoTOpBIii B COCTaBE UMEET CHIBOPOTOUYHBINH OEJIOK, MAIbTOAEKCTPUH, TIIOKO3Y).

B Bozpacte 1 mecsn 16 nHEHl MOBTOPHO 3KCTPEHHO TOCHUTAIU3UPYETCS C MpPU3HAKAMH
TSOKEJION CTENeHU HKCuKo3a, runorpodueit 3-it crenenun (JAMT Oonee 30%) B otneneHue
anecresnojornn u peanumanuu (APO). Ilpu moctyrmiennn coctossHHe peOeHka Tsokenmoe. Ha
OCMOTp pearupoBaiia ciaabo, Kpuka He 0b110. KoxHbIe TOKPOBHI OJIeHBIE, C 3eMIUCTHIM OTTEHKOM,
TIOBBIIIEHHOW CYXOCTH, mepuopoutaibHble TeHu. bP msrkuit 2,0x2,0 cm, 3amaBmuii. [ToakoxxHo-
KHpOBas KJeTyaTka pa3BUTa ciabo, CHIDKEHHBIN Typrop (Koxa Ha KOHEYHOCTSX Aps0iias, KOxKHas
CKJIaJIKa TmpakTHuecku He pacmpasisercs). YA 35; carypaumss xucmopoma 97%. Ilpu
ayCKyJIbTAIMK AbIXaHUE ocinabieHHoe, Xpuiibl He BeicaymmBach. YCC 148. AJ] 86/50 mm pT. CT.
[Ipu ayckynpTanuu TOHBI cepAlla NPUTITYIIEHbI, pUTMUYHBIE. JKUBOT YMEPEHHO B3AYT, YBEJIUYEH B
pa3mepe. [leyens Ha 3 cM HIKe peOepHOro Kpas, cele3eHka He yBeiauueHa. CTyl mpu OCMOTpe
BOJSIHUCTBIN, OOMIIbHBIN, KENTHIH, 10 4—5 pa3 B CyTKH.

[Ipu ob6cnenoanuu: o manHbiM KIIC — BeIABICH MeTaOONMMYECKUH, TUIIEPXJIOPEMHUS 10
123 mmMomnb/n, runepHatpuemus a0 151 mmons/n. B ananuze kpoBu neiikouuto3 a0 18,0 x 10 I,
MOBBIIIEHUE YPOBHS MOYEBHHBI 10 25,1 MMOJIB/JT; CHIDKEHHE YPOBHA ob1ero Oenka g0 56 r/1. Ilo
JaHHBIM HEeWpOocOHOTpaduu MeTel: MaHHBIX 32 OTEK T'OJOBHOTO MO3ra HE BBISBICHO, OTMEYAIHCh
MPU3HAKU TUIOKCUYECKU-UIIEMUYECKUX HAPYILECHUN.

BricraBnen kimHMueckui auarHo3: «HacnencTtBeHHas 5SHTeponaTuss HEYTOUYHEHHOM
stHoNoruu. CHHIPOMOM MaiibabcopOIum.

C yueTroM HapyLIEHHOIO BCAachlBAaHHWA B KHIIEYHUKE OBLJIO YMEHBIIEHO HHTEpaIbHOE

nutanne (AMC «HyTtpunoHn aMuHOKCHIOTHI») a0 1/3 ot cyrounoro oOwema. JloGaBieHO



napeHTepanbHoe nuTaHue (0emok 2 T/Kr/cyTkH, XUpbl 3,5 r/kr/cyTku). C y4eToM Halu4dus
HEUTpaIBHOTO XKHpa+++ B KaJie MPOJ0DKEeH nmpueM (pepMeHTHOro npenapata « Kpeon».

Ha ¢done npoBoanMoii Tepanuu cocTosiHuEe peOeHKa yIyqIInIochk, I€BOYKaA CTala aKTHBHEE,
B Macce 3a 2 Henenu npubaBmwia 1270 r, cTyn cran pexe, 6oee KaluieoOpasHbIM, COXpaHSIICS
BOJSIHUCTBINI KOMIIOHEHT, HEWTpalbHbIil >xup B Kajet+. IlocremeHHo pacmupsics o0beM
SHTepalibHOrO nuTaHus. B nutanun nepeBeneHa Ha AMC «HyTpuiioH nentu ractpo» — CTya cTall
0oJee kamueoOpa3HbIM, TEPEeBaPEHHBIM.

B ananmm3ax KpoBM OTMeuanach HOpMaiau3als YpoBHA oOmero Oenka 10 59 r/m,
KpeaTuHUHA 10 39 MKMOIB/)1, ModeBHHEI 4,1 Mmonw/m, o KIIC camxenne xinopa, Harpus 113/140
MMOJIB/J1. B iMMyHOrpamme cHIbKeHHe YpoBHs uMMyHorino0yimnaoB A, M, G 0,09/2,26/0,35 1/n1. B
OTIENCHUN IBAXIbl (CEHTSAOpb, OKTSAOpH) oOCienoBaHAa HMU KHIIECYHbIE MH(PEKIUU — pe3yibTar
oTpuuarenbHbiii. KpoBb Ha cTepuiIbHOCTH OTpUlIaTENbHAsA. B aHanuzax MouM — JEHKOUUTYpHS,
OKCaypwisi, ypaTypus, OakTepuypws, Tioko3ypus. Ha ¢oHe mnpoBoammMoro mapeHTepaibHOTO
NMUTaHus — moBblieHWe ypoBHsA TpancamuHas: AJIT/ACT mo 180/112 En/n u moBbImIeHHE
aktuBHocTH [ T'T no 147,5 ME/n; ypoBHst amuna3ssl kpoBu a0 94 En/m.

Yepes 1,5 Mecsla HaxoKJIEHUS B CTAllMOHAPE IEPEBEACHA IOJHOCTHIO HA 3HTEPAIBHOE
nutanne AMC «Hytpunon [lentu [Nactpo» (mo 80 mut kaxabie 3 yaca) co CTPOTUM OIpaHUYEHHEM
10 JTaJIbHEHUIIIEeMY PacIIUPEHUI0 00heMa KOPMIICHH.

B Bo3pacte 3 mecsaueB ¢ maccoil 5060 r B IUIaHOBOM MOPSAJIKE TOCHUTAIM3UPOBaHA B
ractposnTtepoiorudeckoe oraenenne OK/Ib ¢ auarnosom: «XpoHHUYECKOE PaccTPOMCTBO MUTAHUS
Ha (oHEe OETKOBO-IHEPreTHUECKO HeaocTaTrouHocTH. CHHIpOM ManibabcopOim». OT MpoBeAeHUs
OI'IC, KOJTOHOCKOTNH ¢ OUOTICHEH KUIIICUYHUKA C TETbI0 BepU(UKAIIMK JUArHO3a U TPOJIOIDKECHUS
JIeYeHHUs1 MaMa OTKa3aJach.

B Bo3pacte 3,5 Mecsiia peOeHOK ObLT B 0OYEPETHOM pa3 FOCIUTATU3UPOBAH 10 SKCTPEHHBIM
IIOKA3aHUSAM B ME€IUATPUUYECKOE OTAEIEHUE B CBA3M C YXYALIEHUEM COCTOSIHUS, BBI3BAaHHBIM
TEYCHHEM OCTPON BUPYCHOU MHQEKIUHU (K006l Ha cyOdeOpmIbHyI0 TeMIlepaTypy Teja, Kamielb,
3aJI0)KEHHOCTh HOCa, MOTEpPI0 Macchl Teia). B TeueHuwe Henenun BHOBH MPOBOAMIIACH OpalibHAs
peruapatauus, nutanue — AMC «Hytpuion Ilentu-ractpo» nmo 100 min. Ha ¢done npooaumoii
TEpANUU OTMEYAIOCh JalIbHENIIee YXYIIIEHUE COCTOSHUS B BUJE MOTEpH Macchl Tena B 330 r ot
MaKCHUMaJIbHO HaOpaHHOM 3a MpoleAmnii IepUo KU3HU, TAKUM 00pa3oM, Macca Teia COCTaBHIIa
4730 1. OTMedanoch HapacTaHue THMOTpouu, PeOCHOK MpecTai IEeIUKOM yCBaWBaTh NMUTAHUE.
Crtyn 1o 8 pa3 B CyTKH, BOJSHUCTBIN, 0€3 KaJlOBBIX Macc, OTMEUYAIOCh MOBBIIICHHE TeMIIepaTyphl
tena 10 38,6°C. beina kareTepu3oBaHa nepudeprueckasl BeHa, Ha4aTo MapeHTepaIbHOe MUTaHUE C
MIOCTETIEHHBIM PACLUIMPEHUEM €ro 00beMa, SHTEPAJbHOE NMUTAHUE OBLJI0O YMEHBUIEHO 3HAUYUTEIbHO

1o 30 mu1 kaxxneie 4 yaca.



BBuay oTcyTCTBHSI MpHOAaBKH MAacChl Tella, HAIWYHS BOJSHUCTON AMApeH C HEUTPabHBIM
AKHUPOM, TUIIOTPO(PHUH AITMMEHTAPHOIO I'eHEe3a, a TAKXKE 5 TOCMUTAIU3AIMHA B CTAallMOHAP 110 MTOBOAY
00€3BOKMBaHUS U 4 TOCIUTAIN3AIMN B OTAEICHUE aHECTE3UOJIOTHH U peaHUMAallui PEeKOMEH/J0BaHa
roCIUTANIN3alMs B CHELMAIU3UPOBAHHBIN LEHTP I. MOCKBBI JUIsl UCKIIIOYEHHS HACJIEICTBEHHOU
sHTeponaTud. Mama BHOBb KaTETOPUYECKH OTKA3bIBACTCS OT NPEJIONKEHHOM TOCHUTAIN3ALNU,
HE/I00LIEHUBAs COCTOSTHUE CBOETO PeOCHKaA.

B pamkax IuarHOCTUKM B OTAEJECHHUH, YUUTHIBAS MOJYUYEHHOE COIJIacMe€ MaTepH, BIIEPBbIC
MPOBEACHBI 330(haroracTpoayOJCHOCKONUS W KOJIOHOCKONHMSA, MO JAHHBIM KOTOPBIX MATOJOTUU
numesona, xenyaka u [AIIK He BoisiBiaeno. [lo pesynbratam Ouoncuu pparMeHTOB CUTMOBHIHON
KHUIIKA: MUHUMAJIBHO BBIPA)KEHHBIN KOJIUT.

[To  pesynpraTamMm  aHanM30B M3  J1a0OpaTopud  MOJIEKYJISIpHOH  Ouosorum,
MMMYHO(EHOTUITUPOBAHUS U NAaTOMOPQOJIOrHu ObIII0 OOHAPYXKEHO roMo3urotHoe coctosiuue CC
nomumopdmma — 13910 T> C rena MCM6. Takum 00pazom, JuarHo3 MarpeHTa OblT paclieHeH KakK
JaKTa3Hasi HEIOCTATOYHOCTh Tshkenou creneHu. boeuta ormeneHa AMC «llentu-ractpo», AeBoUYKa
nepeBezieHa Ha 6e311akTo3Hy1o cmech «Han» mo 50 mit kaxable 4 yaca.

Bbut oTMedeH MonoKUTENbHBINA Y3PQEKT MpU MUTAHUU JTAaHHOH CMEChIO — CTYJ y peOeHKa
cTan Oosee KammieoOpa3HbIM, TiepeBapeHHBIM. J[eBoUKa cTana IMOCTENeHHO MPHOABIATh B Macce
Tesa. BeimycaHa M3 OTHeNneHHs B YJOBICTBOPUTEIBHOM COCTOSIHUM B BO3pacTe 5,5 MecsleB ¢
Mmaccoii tena 5400 r (JIMT Gonee 24%), poctom 68 cMm.

ITo noctmxeHuun peGEHKOM Bo3pacTa 8§ MecsdleB ObLJIO MPOBEACHO MOJEKYISPHO-
reHeTHYecKoe HccienoBanue B JlabopaTopuu MOJIEKYJISIPHON T€HETHKH M KJIETOYHOW OHOIOruu
HannonansHOTO MEIUIIMHCKOTO HCCIEAOBATENIbCKOTO IEHTpa 3/10poBbs neteil. B rene SLCS5A1
BBISIBJIEHBI TPU MyTallUM: HyKJIeoTuAHasd 3aMeHa g.32487617T>C B reTepo3UuroTHOM COCTOSHHH,
HyKJIeoTuaHas 3ameHa 2.32498013C> A B reTepo3uroTHOM cocTossHuM U jenenus g.32498018del B
reTepO3UrOTHOM COCTOSIHMM. JlaHHbIe MyTamuu paHee He ommcanbl. Ho cormacno 6aze OMIM
myTaumu B reHe SLCSA1 omnmcaHbl y NaUMEHTOB C TIUIFOKO30-TAJIAKTO3HOM MasibabcopOIuei
(OMIM 606824), nacnexyeMol IO ayTOCOMHO-pEIeCCHBHOMY Tumy. Pomutenn mpobaHma He
00cie10BaHbI.

[Ipu nanbHeimeM aMOynaToOpHOM HaONIOACHUM 3a peOeHKoM Oblia 3aduKcHpoBaHA
MOJIOKUTETIbHAS JMHAMHUKA: COXPAHSIICS YMEpPEHHBIH NeQHUIUT Macchl Tela, HapyIIeHHH CO
CTOPOHBI ICUXOMOTOPHOTO U (PU3MUECKOrO pa3BUTHUS HE OTMedanock. B panumone pebenka 1o rona
— HyTtpunon Ge31aKkTO3HBINA, MPUKOPMBI — OE3MOJIOUHBIE Kallld, OBOIIHBIE Miope. B Hactosmiee
BpeMsl JIeBOYKE HCIoOMHMIOCh 1,5 roma, Habmomaercss aMOyJaTOpHO MEAMATPOM, IOCTHTHYTA
peMuccHsi CHHIPOMA TJIFOKO30-TaJaKTO3HOW ManbabcopOmuu. PeGeHok mpojoimkaeT moiaydatb B

MUTaHUM Oe3MOJIOYHbIE Kalllh, MACHbIE, OBOIIHBIEC, (PYKTOBbIE Mmope. B cembe ponuics BTOpoi



MaJbli 0€3 HapyIIeHU KUIIIEYHOT'O BCAChIBAHMUS.

3akiarovenue

OcoOeHHOCTBI0O JAHHOTO KIMHUYECKOTO Ciyyas SBJSIETCS BpOXKICHHAs MHIEBas
HEMEPEHOCUMOCTh TJIOKO3bI W TaJaKTO3bl BCIEACTBUE JedeKTa Oenka — MEePeHOCUYHKA STUX
MOHOCaxapuJoB uepe3 MeMOpaHy »HTepouuTa. JlaHHAs MATONOrMs Malo 3HAKOMa Bpadam-
KJIMHUIUCTaM B CBSI3M C OTCYTCTBHEM CHEIM(PUUECKUX JTa00paTOPHBIX MapKEpOB U peepeHCHBIX
METOJ0B HHCTPYMEHTAJIbHON TUATHOCTUKH.

JIMarHo3 yCcTaHaBIMBAETCs TOJIBKO IMOcie UCKIoueHus Apyrux 3adonesanuii XKKT (octpoit
KHUIIIEYHON MH(DEKINHU, TIEPBUYHON IKCCYAATUBHON YHTEPONIATHH, MyKOBUCIIU/103a, TAJTAKTO3EMUN U
T.J1.) ¥ IPOBEJCHUS TEHETUYECKOT0 TECTUPOBAHUS Ha BO3MOXKHBIE KpaliHe pe/IKiue HaclleJICTBEHHbIE
SHTEpONaTUHU. BCroMorareabHbIM METOJOM JUArHOCTUKU HENEPEHOCHMOCTH YIJIEBOJOB CIIYKUT
OTpeJIeJICHUE KUCIOTHO- IIEJIOYHOIO COCTOSIHUS KaJia (OmpeessieTcsl MOBbIIIEHHAs KUCIOTHOCTD —
pH 5,5 u nuxe) [14]. ¥V Gonee B3pOCIBIX MAIMEHTOB MPOBOAT AbIXaTEIbHBIN TeCT (OMpeneaeHue
KOHIIEHTPALMU BOJIOPOJA B BBIABIXaEMOM BO3/yX€) C HArpy3KOil COOTBETCTBYIOLIUM YIJIEBOOM.

[Ipy aHanu3e [OAaHHOTO KIWHUYECKOTO Ciydas, C Y4YeTOM TaToreHe3a 3aboseBaHMs,
CTAHOBUTCS MOHATHBIM HApACTAHUE BOJIHO-3JIEKTPOIUTHBIX HAPYIICHUH B BUJI€ TUIIEPHATPUEMUU U
TUIEPXJIOPEMUN, OCMOTHYECKON Juaped, BIUIOTh 10 Pa3BUTUS OCJOKHEHUS B BHJE CEIMCHCa,
BBI3BAHHOT'O KHILIEYHOU MATIOUKOM.

C y4yeToM BO3MOXXHOIO HApPYIIEHUS TPAHCIOPTHBIX CUCTEM IUIFOKO3bI B IOYEYHBIX
KaHaJbllaX CTAHOBSATCA NOHSATHBIMM TPAH3UTOPHAsl TUIEPIIIMKEMUS, TIIOKO3YpHs, OTCYTCTBHE
KETOHOB B MOYE B NIEPBYIO U BTOPYIO TOCHUTAIU3AIUIO.

[TonoxxurenbHasi AMHAMUKA y MPEACTABIEHHON MAIMEHTKU ObLIa CBS3aHa HE C TIEPEBOJAOM
C Tuapoiu3atoB Ha Oe3nakTo3Hyto AMC, a ¢ BO3MOXXHBIM Pa3BUTHEM B 4 Mecsla aJanTaiud
KHUIIEYHOH MHUKPO(IOPHI K TIIOKO3€ U TallakTO3€ M YMEHBIICHUEM JI0JId MOJIOYHOTO MHUTAHUS C
N00aBJICHUEM B PAIlOH MTUTAHUS IPUKOPMOB.

K coxkanenuro, KOMIUIAEHTHOCTb POJUTENIEH NEBOYKM M Bpadyedl HE NOCTUrHyTa. Mama
Hanle ManueHTKy TaK U He MpHU3Haia, 4To y peOeHKa UMeeTcCsl TshKelasi, BpOXK/IeHHAs! MaToJIOTHsl.
Ona nmpomomkama  CYHMTaTh, YTO JaHHOE 3a0ojieBaHWME  BBI3BAHO  JAHMcCaXapHIa3HON
HEJIOCTATOYHOCTBIO, IPU KOTOPOM HYXHO HMCKJIKOYATh M3 pallMOHA MHUTAHHUS TOJBKO MOJIOYHBIC
MIPOJTYKTHI.

Hecmotpss Ha TOT (hakT, 4YTO MOC/IE MEpPBOro rojAa >KU3HU 3a00JIeBaHHE MPOTEKAET
3HAYUTENIBHO JIeT4Ye, a 3aBUCHUMOCTh CHUMIITOMOB OT YINOTpPEOJICHUS TJIOKO3bl M TajlaKTO3bl
CTAaHOBUTCS MEHEE BBIpAKECHA, HEOOXOAMMO MPOJIOJDKUTH HAONIOEHWE y Bpadedl mneamarpa u
racTPOIHTEPOJIOTa, TAK KaK HECOOFOICHUE TUETHI MOKET MPUBECTH K PA3BUTHIO Ay TOMMMYHHBIX H

OHKOJIOTHYECKHX 3a00JIeBaHUI B HalbHEHIIEM [ 15].
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