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Pestome. [anakTo3emnsa — HacefCcTBEHHOE HapyLlleHne oOMeHa YrieBOAOB, BO3HUMKaloLlee B pe3ysibTaTe My-
TaLUU FeHOB, KOAMPYOLWNX GePMEHTbI, KOTOPbIE YYACTBYIOT B OOMeHe ranakto3bl. [Mpy No3gHen guarHoctuke u
OTCYTCTBUU MaTOreHeTnYeckn 060CHOBAHHOW AMeToTepanun 3abosneBaHe MOXET NMPUBECTU K MOJIMOPraHHOM
He[OoCTaTOUYHOCTM U JSIETalIbHOMY McXody. B cTaTbe 13M10XKeHbl BONPOChI NaToreHes3a, KNMMHUYeCKX NPosBAEHI,
AVArHOCTMKM 1 MPUHLMIMOB AUETOTEpPanuUU ranaktosemun y getei. MpeactaBneHo COOCTBEHHOE KIMHMYECKOe
HabnofeHne, rae OCBeLLEeH CIIOXKHbIV MpuMep AnddepeHLmanbHOM AMAarHOCTUKM rasiakTo3eMUn C BHYTPUYTPO6-
HoW nHdeKUren y pebeHKa B HEOHaTallbHOM nepurope.

KnioueBble cnoBa: 2a/1aKkmo3emus; KiuHuYeckuti cayyad; CKpUHUHa.
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Abstract. Galactosemia is a hereditary disorder of carbohydrate metabolism, as a result of mutation of genes
encoding enzymes involved in galactose metabolism. With late diagnosis and the absence of pathogenetically
justified diet therapy, the disease can lead to multiple organ failure and death. The article presents the issues of
pathogenesis, clinical manifestations, diagnosis and principles of dietary therapy of galactosemia in children. The
author presents his own clinical observation, which highlights a complex example of differential diagnosis of
galactosemia with intrauterine infection in a child in the neonatal period.
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BBEAEHUE yTO OOYCNOBNNBAET KINHUYECKYIO KApTUHY 3aboneBa-

CBOeBpeMeHHas AMarHOCTUKa BPOXOEHHOIO Hapy-
WweHnsA meTabonmn3mMa BeLecTB Y HOBOPOXKAEHHOro pe-
6eHKa ocTaeTcA akTyanbHbIM Bonpocom neguatpun [1].

[anakro3emua — HacneACTBEHHOe HapyLleHune 06-
MEHa YrneBOJI0B, BO3HUKAlOLLEee B pe3ynibTaTe MyTaLUum
reHOB, KOAUPYIOLWUX GePMEHTbI, KOTOPbIE YUYacTBYIOT B
obMeHe ranakTo3bl. Bcnefcrame faHHbIX HapyLLIeHNA B
opraHu3mMe HakanaMBaeTcsA M3ObITOK ranakTo3bl 1 ee
MeTabonnToB (ranakto3o-1-dochata v ranaktutona),

HUA 1 GOPMMPOBAHNE OTCPOUYEHHDBIX OCNIOKHEHNIA.

Tvn HacnepoBaHUA ranakro3emMmm — ayTOCOMHO-
peueccuBHbIi. YacToTa 3aboneBaHua B Poccuiickom
Qepepauyunm coctasnaet 1:20 000, npu 3TOM NofasnA-
toulee GONBLIMHCTBO CJlyyaeB 3aboneBaHusA 06yC/IoB-
NneHo MyTaumamu B reHe GALT (knaccmueckas ranakTo-
3emusa | Tna).

OCHOBHbIM YrneBOAHbIM KOMMOHEHTOM FPYAHOro
MOJIOKA U IETCKNX MOJIOYHbIX CMeCe ABNAETCA NaKTo-
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3a — Amcaxapug, CoCToAWMI N3 ABYX MOHOCaxapuaoB
ranaktosbl 1 roKo3bl. HecMoTpsa Ha 6ornbluoe cxoa-
CTBO MOJIEKYN [JIIOKO3bl 1 ranakTo3bl, NpeBpalleHune
nocnefHen B rnoKo3y TpebyeT HeCKONbKUX depmeH-
TaTUBHbIX peakuun [2].

lanakTo3emna oOObeAUHAET HECKONbKO FeHeTu-
YyecKkn reteporeHHbix ¢popm. B ocHoBe 3aboneBaHuA
NeXUT HefoCTaTOYHOCTb OJHOrO M3 Tpex 3H3KMOB,
yyacTByOLWMX B MeTabonm3me ranakrosbl: rasakroso-
1-pocdaTtypupmntpaHchepasbl (GALT), ranaktokuHa-
3bl (GALK) nnu ypugun-gudocdat (YOD)-ranakto3o-4-
anumepasbl (GALE). HapylweHne dyHKUMOHMpPOBaHNKA
O[HOrO M3 YKa3aHHbIX pepMeHTOB reHeTnyeckn oby-
CJIOBJIEHO MyTaLUsIMM B FEHAX, KOAMPYIOLX O€NTKOBYI0
CTPYKTYPY MOJIEKYJIbl SH3MMA, YTO MPUBOANUT K CUHTE3Y
nedekTHOro dpepmeHTa U 3HaUUTENIBHOMY CHUKEHMIO
€ro akTMBHOCTU. B pe3ynbTaTe HOpManbHbIN MeTabo-
NM3M ranakTosbl 6nokupyeTtca n obpasyerca 6onbluoe
KONMMYEeCTBO TOKCMYHbIX BeLecTB (raslakToHaT, ranak-
TUTON, ranakTo3o-1-pocdat n gp.), KoTopble, HapAZY C
ranakTo3oW, HaKanaMBalTCA B KPOBY U MPOBOLUPYIOT
pa3BUTUE TAXKENbIX NMOPAKEHNA BHYTPEHHMX OPraHOB
(neyeHwn, ronoBHOro MO3ra, NOYeEK), YTO NPOABNAETCA
nonMmMopd13MOM KIMHUYECKNX NPOABAEHUN [3-5].

[anakTo3a nmeeT BaxHelNllee 3HaYeHne gnAa pocTa
N pa3BUTMA AETCKOro opraHn3ma. ITOT MOHOCaxapug
He TONbKO ABNAETCA UCTOYHUKOM SHEPrun AN KNeTku,
HO 1 UrPaeT BaXkHYI0 NMPebUoTMUECKYIO POJb, CIYXUT
HeoOXoANMbIM MACTMUYECKMM MaTepuanom ana oo6-
pa3oBaHWA TNKOMNPOTENAOB, FUKONUNULOB U ApY-
rMX KOMMIEKCHbIX COeAMHEHUN, MCMOJb3yeMblX Op-
raHM3mom Ana GpopmMmnpoBaHnA KIeTOUYHbIX MeMOpaH,
HEPBHOW TKaHW, HEPBHbIX OKOHYaHWUI, MNPOLLECCOB
MUennHn3aunmnm HempoHoB N ap. OCHOBHbIM NCTOYHU-
KOM ranakrto3bl y yefnioBeKka aBnsetca nuua. bonbwoe
KonnuyecTBo noTpebnaembix B TeUeHue AHA NULLEBbIX
NPOAYKTOB (B MepBYI0 ouyepenb MOMIOYHbIX) codepxaT
NaKTO3Y, U3 KOTOPOW B KMLWEYHUKE B pe3ynbTaTte rug-
ponu3a obpasyeTca ranakrosa [6].

CyulecTBytOT TPU TWMa ranakTo3emMunu B 3aBUCMMO-
CTV OT MMeloLlerocs y nauymeHta gedexkra ogHoro us
TPeX OCHOBHbIX SH3UMOB, YUYaCTBYOLKX B MeTabonuns-
Me rafiakTosbl:

+ Knaccmyeckas — ranakrosemus | Tuna, obycnos-

neHHasa pgeéuuymtom dpepmeHta GALT, BKouyaeTt
B cebA BapuaHT [yapTe (CHMMXeHMe aKTUBHOCTM
depmeHTa);

« ranakro3emwus |l Tuina — HegoctatouyHocTb GALK;

- ranakroszemus lll Tuna — peduunt GALE.

Knaccnueckana ranakrosemus nposBnsAeTcA B He-
OHaTaNbHOM Mepuofe Ha GoHe BCKapMIMBaHUA rpya-
HbIM MOJIOKOM WX AETCKUMU MOJIOYHBbIMU CMECAMMU.
MpoasneHnAmy 3aboneBaHuA MOryT ObiTb 0OUbHbIE
CpbirMBaHuA, pBOTa, AuMapes, OTCYTCTBME MNpubaBKu
MaccCbl TeNna, BANOCTb, COHJINBOCTb, a B AafibHelLemM —
NPW3HaKN He[OCTaTOYHOCTU MNTAHNA, 3afeP>KKa poCTa
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U MCMXOMOTOPHOro pa3sutuA. Mpu OTCYTCTBUM CBO-
€BPEeMEHHOIN ANArHOCTMKN U naToreHeTuyeckn obo-
CHOBaHHOW AueToTepanuu NOABNAIOTCA U HapacTaloT
NPU3HaKN MOpaXKeHWA MeyeHu, CONpoBOXKAaalowmecs
rMNOrNVKeMNeEN, »KenTyxomn, renaTocnieHomeranmen,
remopparmyeckum CUHAPOMOM. B HeoHaTanbHOM ne-
puofe y 60NbHbIX rafiakTo3eMuren 3a cYeT yrHeTeHus
3aLUMTHBIX UMMYHHBbIX peakLuil oTMeyaeTcs NoBblLLEeH-
HbI PUCK Pa3BUTUA CEMCKCA, BbI3BAaHHOIO KMLIEYHON
nanoukon (E. coli), 4To HepeaKo NPUBOAUT K NeTanb-
HoMy rcxopy. 3aboneBaHue 6bICTPO NporpeccupyeT u
Npu OTCYTCTBUUN NeYEHUA HOCUT XKU3HEeYrpoXKatoLmi
Xapakrep.

PekomeHpyeTca  npoBefeHMEe  HeoHaTasbHOro
CKPVIHVIHIA BCEM HOBOPOXEHHbIM [1/151 BbIsSIBIEHNSA Ha-
CNeCTBEHHbIX HapyLeHUn MeTabonr3ma ranakTosbl.
[narHocTKa HanpaBneHa Ha onpepeneHue copep-
XaHMA B CYXOM MATHE KPOBW KOHLEHTpauun obLyen
ranakTosbl, NPV MONOXNUTENIbHOM pe3ynbTaTe NPOBO-
ONTCA onpefeneHne akTuBHOCTU depmeHTa GALT u
MaKOpHbIX MyTauui B reHe GALT [4].

OCHOBHbIM METOAOM Tepanuu ranakro3eMmn sB-
nAeTcA AueToTepanuA, KoTopas npepycMatpusaeT
MOXWU3HEHHOE WCKIIUYEHNE M3 paLMoHa MpoayKTOB,
cofepXallux rafaktosy M nakrtosy. MauvieHTy Heob-
XOAMMO MOMHOCTbIO OTKa3aTbCA OT yrnoTpebneHusa B
nuwy noboro Buaa MonoKa (KeHCKOro, KOpoBbero,
KO3bero, AETCKMX MOJSIOYHbIX CMecen 1 Ap.) U Bcex
MOJIOUYHbIX MPOAYKTOB, a TaKXe TLaTeNnbHO n3beratb
yrnoTpe6neHus To NPOAYKLMM, B KOTOPYIO OHU MOTYT
no6aBnATbCA: x/1e6, BbiMeyka, Kapamesnb, CNagocTu,
MaprapuH 1 T.M. 3anpeLaeTca TakKe UCNosib3oBaHme
HU3KOMaKTO3HbIX MOJIOKa N cmecenn. CnegyeT yumnTbl-
BaTb, UTO B psAfe NMPOAYKTOB PACTUTENIbHOFO MPOUc-
XOXOEHUA cofepaTcs onunrocaxapuabl — ranak-
To3mAabl (6060Bble (ropox, 606bl, dpaconb, YeuesBuUa,
MaLl, HYT), coA (HO He N30nAT coeBoro 6esKa), LWNuHar,
Kakao, LWOKoJaZl, opexu), a B NPOAYKTaX XUBOTHOIO
NPOVCXOXAEHNA — TNIMKOMNPOTENHbI (MeyYeHb, MOYKWU,
MO3rU 1 ipyrue cybnpogyKTbl), KOTopble Npu onpepe-
NEHHbIX YCIOBUAX MOTYT pacllennaTbca 1 ObITb UCTOY-
HVKOM ranakTosbl [3].

Mpu cocTaBneHnn neyebHbIX PALMIOHOB A/1A AeTen
NepBOro rofa »M13Hu C JaHHbIM 3ab6osieBaHNEM KOMNU-
YeCTBO OCHOBHbIX MULLEBbIX WHIPEeAUEHTOB U SHep-
MW OOMKHO COOTBETCTBOBaTb BO3PACTHbIM GU3MNO-
NOrMYeckM HopmaM. MaTeprHCKOoe MOJSoKO Wu/nnu
[leTCK/e MOJIOYHble CMeCU [OJKHbl ObITb 3aMeHeHbl
aflanTUPOBAHHBIMK MO cOCTaBy 6e3nakTo3HbIMU dop-
mMynamu. [Ina neyeHuA nauuveHTOB C ranakrosemuen
NCNONb3YTCA Cheynann3npoBaHHble CMecu Ha oc-
HoBe u3onATa coeBoro 6enka (bennakt Cos, Hytpunak
Cos, Hytpunon Cosa, ®pucocoin) unm BbICOKOTMAPO-
NM30BaHHbIX MOJIOYHbIX 6e/IKOB — MNpu anjeprum Ha
6enok cou. Mcnonb3ylTca Takke CMecu Ha OCHOBe
CUHTETMYECKNX aMUHOKMNCIIOT 1 6e311aKTo3Hble Kase-
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NHNPeJOMUHAHTHbIE MOJIOYHbIe cMecn. He pekomeH-
ZyeTca MCnosib3oBaTb 6e3/1akTo3Hble MOJIOYHbIe CMe-
cn ¢ npeobnagaHnem CbIBOPOTOUHbIX 6enkoB (60% u
6onee). [laHHble CcMecK MOTYT COAEPKaTb CnefoBble
KonuyecTBa ranaktosbl. Cneumann3npoBaHHble cMe-
C/ BBOZAAT B MUTaHME NaUMEHTOB C rajnakro3emuen B
TeuyeHne OQHOro AHA, Cpa3y nocse yCcTaHOBNEHNA Ana-
rHo3a. lMaumeHTam CTporo pekomeHayeTcA BBeAeHmne
6e3M1aKTO3HbIX MPOAYKTOB MPMKOPMa U NOXKM3HEHHasA
6e3naKkTo3HanA gueTa.

He pekomeHpyeTcs maumeHTam noboro Bospacta
npuMeHeHre NeKapCTBEHHbIX NpenapaToB, cogepa-
WKMX NaKTO3y/ranakro3dy, a TakKe romeonaTuyeckmx
npenapaToB, HAaCTOEK U CMUPTOBBIX JIEKAPCTBEHHbIX
¢dopm. Tak, NaKTo3a HepeaKko WCMOJNb3yeTcs B Kaye-
CTBe BCMOMOraTefIbHOro BelecTBa B romeonartmye-
CKMX NleKapCTBEHHbIX CPeAcCTBax, a 3TaHO/ TOPMO3UT
SNMMUHALNIO ranakTo3bl U3 neyeHu [3].

Ha ncxop n TeueHne 3aboneBaHUsi BAUSIOT CPOKM
YCTaHOBNEHNA ANarHo3a, CBOeBPEMEHHO U ajeKBaTHO
Ha3HauyeHHasA gueToTepanva U MeponpuATMA HeoT-
NOXHOW nomolyn (NnepenuBaHne KpoBesameHuTenen,
nHPy3noHHaa Tepanua). NporHo3 3aboneBaHnA He-
61aronpPUsTHBIN NPV NO34HO ANArHOCTUPOBAHHOWN TS~
Xenown dopme ranaktozemuu (B CBA3M C OTCYTCTBUEM
npoBeAeHnAa CKPUHUHTA). MNpn cBoeBpemeHHO Haua-
TbIX JleuebHbIX MepPONPUATUAX MPOrHO3 ANA XKU3HU 1
Pa3BUTUA 6ONbHbIX 3HAYMTENbHO YyYLlaeTcs.

LENIb UCCJTIEAOBAHUA

M3yunTb KnvHUYeckne npossneHuns u guddepeH-
UManbHYI0 [OMArHOCTMKY 3aboneBaHMs Ha npumepe
KOHKPETHOro NaumneHTa C ralakTo3emuen.

KNUHUYECKUIA CNTYYAI

MpuBoaum cnyvar HabnogeHNA nauneHTa C Knac-
CMYecKoW ranaktosemuen | Tuna Ha ocHoBaHUKW obcne-
LOBaHUs pebeHKa, U3yyeHns ero uctopuv 6onesHn un
ambynaTopHOW KapTbl.

[eBouka, 10 gHen, NnocTynuna B OTAENeHne naro-
NOrMM HOBOPOXKAEHHbIX PecnybnnkaHCKoOn AeTcKomn
KNUHMYeCcKoln 6ombHULbI T. [loHelKa ¢ *anobamun Ha
BbIPaXKEHHYI0 KENTYLIHOCTb KOXHbIX MOKPOBOB.

PebeHoK poauncs B poaunibHOM gome r. Topesa
JoHeukon HapogHoii Pecnybnukn. PebeHoOK OT yeT-
BepTON 6epeMeHHOCTU, NpoTeKaBLen Ha GpoHe KoJib-
nnTa, MHOrOBOAUA, recTauMOHHON apTepuanbHON
rmnepteHsmn. MaTb cTpagaeT XPOHMYECKON HUKOTU-
HOBOW 3aBMNCUMOCTbIO, BO BpeMs 6epemMeHHOCT Npo-
Jomkana Kyputb. B cpoke 11 Hepenb 6bina obcnepo-
BaHa B Me[VKO-TeHeTUYEeCKOM LieHTpe — naTofiornm
He BbiABNeHo. ¥Y3W nnoga nposoamnnock 3 pasa — na-
TONOrMN He BbiABNEHO. [peabiaylivie 6epeMeHHOCTH:
nepeas 6epemMeHHOCTb — HOpPMasibHble pPoabl, BTO-
paa — 3amepwasn B 10 Hegenb, TpeTbA — HOPMasibHble
poabl. HactoAwme poabl yeTBepThle, NPeXAeBpeEMEH-
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Hble, B CpoKe 36 Heaenb ABOVHEeN 6MaMHUOTUYECKON,
6uxopeanbHoOW, NyTeM KecapeBa CeYeHUA B CBA3U
nonepeyHbIM NonoxeHvem nnoga. PebeHok pogunca
BTOPOM U3 ABOMHU ¢ maccor 2300 r, annHa — 47 cm.
OueHka no wkane Anrap — 7-8 6anno.. 3akpuyana
cpasy. BckapmnuBanacb M3 poKKa CLEXEHHbIM Ma-
TEPUHCKUM TPYAHbIM MOJIOKOM. Ha 2-e CyTKu »KM3HWU
NOABUOCH KENTYLIHOE OKpallMBaHWE KOXHbIX MNO-
KPOBOB 1 cKknep: bunmpybuH — 205 mkmonb/n 3a cuet
Henpsamon ¢pakumn. Ha 9-e cyTKM »U3HWU o6WUn 6u-
nMpY6UH — 388 MKMOJb/ 1, NPAMON — 67,6 MKMOb/1.

MepBble 9 AHEN XM3HU B pofaoMe pebeHoK nony-
yan doToTepanuio, NpenapaTbl ypcopesokcuxonue-
BOW KUCNIOTbI, 6udrgymbaktepriH, BOAHbIA PacTBOP
xonekanbuudpepona. MonoXutenbHON AUHAMUKU B
cocToAHNN pebeHKa He oTmeuvanocb. Ha 10-e cyTku
XM3HW pebeHOK nepesefieH B OTAeNeHre naTonoruu
HOBOPOXAEHHbIX PecnybnnkKaHCKON AeTCKOW KAUHU-
yeckow 6onbHuUbI T. [loHelKa.

Obuiee cocTtoAaHne pebeHKa Npu NOCTYMeHUM B
KNUHWKY TAxenoe. Bblpa)keHbl NPU3HaKN He[OHOLLEH-
HoCTK, He3penocTu. Pednekcbl neprofa HOBOPOXKAEH-
HOCTW, CMMHANIbHOIrO aBTOMaTU3Ma YrHeTeHbl, Opasib-
HOro — BbI3bIBAlOTCA. MbILLEYHbIA TOHYC AUCTOHUYEH,
CNOHTaHHaA [BUraTefibHad aKTMBHOCTb CHMXEHa.
bonblwon pogHnuok 3,0x4,0 cm, Ha ypOBHe KOCTel Ye-
pena. BckapmnvBaHue ecteCcTBEHHOE — CLEXEHHbIM
rPYAHbIM MOJIOKOM. Brgrimble cnm3nctble 06004YKN 1
KOXHbl€ MOKPOBbI KENTYLLUHbIE, YNCTble. TYprop TKaHemn
N 3N1aCTUYHOCTb KOXKM CHUXKeHbI. [10JKOXHO-XNPOBOWA
cno UcToHueH. lMepudepnuyeckne numdatmyeckme
y3nbl He yBenuyeHbl. Hap nerkumm nepkytopHo —
JIErOYHbIV 3BYK, ayCKYNbTaTUBHO — My3pUSIbHOE Abl-
XaHue, Xpunbl He BbiCNyLWKMBaTCA. [paHULbl OTHOCHK-
TeNbHOWN cepAeyYHON TyNnoCcTn B Npefenax BO3pacTHON
HOPMbI. TOHbI CepaLa NPUrAYLEHbl, PUTMUYHbIE, CU-
CTONINYECKMI WYM Haf BCel obnacTbio cepaua. Knusot
LOCTyneH nanbhauuun, CUMMETPUYHbLIA, YBENMNYEH B
obbeme. MNepuctanbTka akTBHasA. lNeyeHb nanbnu-
pyeTtca Ha 4,0 cM HuXKe Kpaa pebepHon gyru. Mouku,
ceneseHka He nanbnupytoTca. CTyn KalwmueobpasHbin,
XKenTbl, ¢ nNpumecbld cnm3nm. Moya TeMHO-XenToro
uBeTa.

PebeHok o6cnenoBaH B oTAeNIeHNN.

B KnnHnyeckom aHanmse KpoBu BbiiBfIeHa aHeMUA
Nerkowm CTeneHun TAXKeCTU, KOTopasa CoXpaHAnach B An-
HaMVKe, MOBbIWEHVE CKOPOCTM OCelaHUA 3pUTpoLu-
ToB (CO3).

B 6roxnmmnueckom aHanmse KpoBu npuv nocTynne-
HUU runepounupybuHemus (obwmii 6unnpybrnH fo
440 mkmonb/n, npamo — 175 MKMOJb/N), NOBbILLE-
HMEe YpOBHA TpaHCaMMHa3 (acnapTaTamuHOTpaHcde-
pa3a (ACT) — 109 Ep/n,. anaHMHaMMHOTpaHcdepasa
(ANTT) — 67 Eg/n).

B KonpouuTorpamme: HeMTPanbHbIN XUP ++, Nen-
Kouutbl — 8-10 B nosne 3peHus.

3AMETKU U3 NMPAKTUKN
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baktepuonorvueckoe mccnegoBaHue Kana, 3€Ba,
HOCa, MYNOYHOW PaHKN — MaTOreHHble 1 YyCNI0BHO-MNa-
TOreHHble MUKPOOPTraH3Mbl He BblBIEHbI.

¥Y3W nouek — Hopma.

Y3/ opraHoB 6pioLWHON NONOCTY: B BPIOLWIHON Mo-
NOCTV MEXAY NeveHbio 1 Anapparmon, B4oJb KPyrion
CBA3KM MeYeHN, a TakKe MexJy CeneseHKou, »Kenya-
KOM U1 KMLIEeYHVKOM, No GpnaHKam OpIoLLHON NonocTu,
B Manom Ta3y onpeaendeTca cBob6oAHaA »KMAKOCTb C
HUTAMKU GUOPMHA N MeNKoAUCNepCHON B3Bechlo. MMe-
pucTanbTUKa TOHKOTO KuLeYyHuKa BAnas. CTeHKa TOH-
KOro KyLleYHVKa Ha BU3yanv3npoBaHHOM parmeHTe
yTonuweHa ao 1,5 MM, B IpocBeTe TONCTOrO KNLWEeYHKKa
XKUAKoe cofepx rmoe.

HenpocoHorpadusa: 3X0-Npu3HakM He3penocTu
rONOBHOrO MO3ra, MMNOKCUYECKM-NLLEMNYECKOrO MNo-
paxeHna UHC; remognHammka He n3meHeHa.

KoHcynbTauma HeBponora: rmnoKCU4eckm-niemm-
yeckasa sHuedanonaTtua | cteneHn. CnHOpom uepe-
6panbHOro Bo30yxaeHus.

KoHcynbTauua okynucra: ABYCTOPOHHAA KaTapaKTa.

Ha ocCHOBaHWM KAMHWYECKOW KapTUHbI, AaHHbIX
JonosiHuTeNbHoro obcnefnoBaHus, y pebeHka Obino
3anof03PeHO HanMune BHYTPUYTPOOHON UHdeKLmY,
renatuTa, SHTepoKoNnTa Ha GoHe HeJOHOLEHHOCTU 1
He3penocTun.

Monyuyan neueHme: KopmneHue cmecblo benakr,
3aTeM HyTpunoH, aHTMbroTrKoTepanuio (Luepunum,
amukauuH), 10% pactBop rnwoko3sbl, 0,9% pacTBop
NaCl, pacTBOp amMMHOBEHa, FIOKOHAT KanbLusa, npe-
napaTtbl YpcoAe30KCMXONMeBOW KUCnoTbl, budnaym-
GaKTepUH.

Mpn npoBefeHUN CKPUHWHIA B MeOUKO-TeHeTu-
YeCKOM LieHTpe OTMEYEHO MOBbIWEHUE rafnakTo3bl
fo 90 mr/gu, npu npoBefeHUn pe-Tecta Ha 16-e cyT-
K/ YpPOBEHb ranakTo3bl OCTaBanCA MOBbIWEHHbIM —
66,33 mr/gL. Pe6eHOK Obl1 KOHCYNIbTMPOBaH FreHeTu-
KOM, OMarHOCTMpOBaHa ranakrosemua. HasHauyeHa
AVeTa C UCKNI0UYEHNEM ranakTo3bl, 1aKTO3bl, MePeBof,
Ha KOpPMNeHne CMeCblo Ha OCHOBE M30JIATa COeBOro
6enka.

PekomeHpoBaHO B AuHamuKe nccnefosatb Ypo-
BEHb rasiakTo3bl, GMOXMMUYECKNI aHann3 Kposu, Y3
OpraHoB GPIOLLIHON NONOCTL.

Mpu npoBefeHUN TeneMepuLMHCKON KOHbepeH-
unn pebeHOK KOHCynbTMpoBaH B HauvoHanbHOM
MeAMLUMHCKOM MCCIe[oBaTe/lbCKOM LIeHTpe aKyllep-
CTBa, TMHEKONIOTUM U NePUHATONOINN NM. akafemMmunKa
B./. KynakoBa. Ha ocHOBaHWW npencTaBieHHbIX AaH-
HbIX Y NO3JJHEro HeOHOLWeEHHOro pebeHKa oTMeyvaeT-
CA KNUHMYeCKana KapTnHa ranakroseMum.

Ha ocHoBaHWM MONeKynApHO-reHeTUYeckon Aua-
FHOCTVKN Y pebeHKa YCTaHOBJIEHO [iBe MyTaLMu reHa
GALT — pnarHocTupoBaHa ranaktosemus | Tuna.

Brnoxnmnuecknin aHanns Kposu: TpPUrnULEepuabl —
0,87 mmonb/n, xonectepuH — 3,69 MMOJb/A, LWenou-
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Has ¢ocdataza — 461 En/n, anbbymun — 34,0 r/n,
Kanbuugnon — 6,1 Hr/mn, moyeBnHa — 4,4 mmonb/n,
rnokKosa — 2,9 mmonb/n, 6enok — 60 r/n, Kpeatu-
HUH — 27 MKMoOnNb/n, Kanbuun — 2,31 mmonb/n, Ka-
nmn — 4,3 mmonb/n, HaTpuin — 142 mmonb/n.

Koarynorpamma: ¢ubpuHoreH — 2,08 r/n, npo-
TpombuHoBoe Bpema — 16,3 ¢, aKTMBMPOBAHHOE Ya-
CTUYHOe TpombonnacTuHosoe Bpems (AYTB) —30,4 c,
TpomburHoBoe Bpema — 14,9 ¢, MexxgyHapoaHoe Hop-
Mann3oBaHHoe oTHoweHune (MHO) — 1,35.

B npouecce HabnoaeHUss Ha GoHe naTtoreHeTnYe-
CKn O0OYyCnoBJIEHHON JueToTepanuu U MefVKaMeH-
TO3HOrO JleYeHUs COCToAHMe pebeHKa ynyuyllmnnoch.
OTmeyvanacb MONOXWUTeNbHaA AMHaMUKa NpubaBKu
Maccbl Tefa, MOCTENEHHO MCYe3 BbINOT B OPIOLLIHON Mo-
JIOCTU Y XKENTYLHOE OKpaLlMBaHNE KOXHbIX MOKPOBOB
n cknep. Ha poHe NnpoBoAMMOro neyeHus aBuraTesb-
HasA aKTMBHOCTb BOCCTaHOBNEHa B MOJIHOM Obbeme,
peakumMa Ha OCMOTP ajeKBaTHasA, HOPManM3oBancA
MbILIEYHbI TOHYC B KOHEYHOCTAX. B nerkux nyspunb-
Hoe [ibIXxaHue, TOHbl CepAua NPUrayLWeHbl, PATMUAYHbIE,
XMBOT Npu Nanbnayumn MArknuii, 6e36onesHeHHbIN, ne-
YeHb +2,5 cM HUXKe KpadA pebepHon gyru. CTyn Kawm-
LLleo6pa3HbIN, XKeNTbli, MOYa CBET/aA.

Mpu npoBeaeHnn Y3 opraHoB 6PHOLLHON MNOSTOCTU
n gonnneporpadry cocyoB NOPTaNbHON CUCTEMbI B
OVHaMKKe Yyepe3 mecAl Tepanun: NapeHxXnmaTo3Hble
opraHbl OPIOLIHON MONOCTY HE N3MEHEHDI; MPU3HAKOB
NopTasibHOM TMNEePTEH3NN, a TaKXKe HapyLleHna npo-
TOKOB MO NeYeHOYHON BEHE He OTMEeYaeTcA.

B ypoBnetBOpuTENIbHOM COCTOAHUN PEBEHOK Bbl-
nMcaH ana gucnaHCcepHoro HabnaeHNA Y y4acTKOBO-
ro nefuaTpa, HEBPOJIOra, reHeTnKa. Pogutenam 6o
JaHbl pekoMeHdauuy Mo AuetoTepanuu, BBEAEHUIO
NPUKOPMOB, Ha3HaYeH BOAHbIA PacTBOP XoJieKanbLu-
depona 4000 ME/cyTKkun Kypcom 1 mMecaL, C nepexoom
Ha npodunakTuyeckyto fosy 1000 ME/cyTkun gnutenb-
HO, peKOMeHJOoBaHbl NpenapaTtbl Ypcoae3oKCuxonme-
BOW KMCNOTbI 15 MI/Kr B CyTKM.

BbIBOAbI

lanakTo3emua — cepbe3Hoe HacnefcTBeHHoe 3a6o-
neBaHwue, obyCcnoBNeHHOE HapyLleHnemM obMeHa ranak-
TO3bl U, KaK CNeAcTBUe, HEMEePEeHOCMMOCTbIO NTaKTO3bl.
3aboneBaHvie MaHUdecTpyeT B NepBble AHW XKU3HW U
MOXeT NpoTeKaTb KpaliHe TAXeno C ObICTPbIM Pa3BUTH-
€M MOoJIMOPraHHbIX HapyLLeHUN. [py MakcMManbHO paH-
Hell AMarHoOCTVKe, CBOEBPEMEHHOM Hauyane naToreHe-
TUYeCKN OBYCNOBNEHHOW AreToTepanumn U CTPOrom ee
Co6/II0AeHNM NPOTHO3 ANA XKN3HW 1 Pa3BUTUA pebeHKa
C KJTaCCMYeCKOW ranakrosemMuen JoctaTouHo bnaronpu-
ATHBIN. B npefcTaBneHHOM CO6CTBEHHOM KITIMHNYECKOM
nprMepe yKasblBaeTcsA Ha COXHOCTY auddepeHLmanb-
HOW ANArHOCTUKM ranakTo3emMumm ¢ BHYTPUYTPOOHOM WH-
dekuuein. NpoBefeHne CKPYHUHIA NO3BOIUIIO [MarHoO-
CTUPOBATb raflakTo3emuio y pebeHka.

PRACTICAL NOTES
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AONOJIHUTENIbHAA NHOOPMAL UA

Bknap aBTopoB. Bce aBTOpbl BHECNM CyLeCTBeH-
HbI BKNag B pa3paboTKy KOHLenuuu, npoBeaeHme nuc-
cflefoBaHMA Y NOArOTOBKY CTaTby, NPOYM 1 ofobpu-
nn duHanbHyIo BepCurio nepeq nybnmkaymnen.

KoHdnuKT nHrepecoB. ABTOpbI AeKnaprpyoT OT-
CYTCTBYE ABHbIX 1 NOTEHLMaNbHbIX KOHONUKTOB NHTe-
pecoB, cBA3aHHbIX C NyOnMKaLmen HacToALL e CTaTby.

UcTtouHuk ¢pnHaHcmpoBaHuA. ABTOPbI 3aABAAIOT
06 OTCYTCTBMM BHELWHero GuHaHCMpPOBaHWA Npu Npo-
BeJEeHUN NCCIe[0BaHMA.

NHdopmupoBaHHOe cornacue Ha ny6nukauymio.
ABTOpPbI MOAYYMAN MUCbMEHHOE COrfacme 3aKOHHbIX
npeacTaBuTenei naymMeHTa Ha NyonmKauunio MeguunH-
CKUX AaHHbIX.
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