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Pe3rome. [anmakTo3emMusi — HACJIEICTBEHHOE HAapYIIEHHWE YIIIEBOJHOTO OOMEHa,
IpU KOTOPOM B OpraHM3ME€ HaKaIIMBaeTcs M30BITOK TajlakTo3bl U €e MeTa0OJUTOB, UTO
00yCJIOBIMBAECT KIMHUYECKYI0 KapTUHY 3a0ojeBaHus W (OPMHUPOBAHHUE OTCPOUYCHHBIX
OCJIOXHEHUH. PaHHsAS AMarHoCTHKa, CUMIOTOMAaTHYecKas Tepamus, MoAdop JedeOHOro
NUTAHUS YITYYIIAl0T MPOTHO3 TeueHus 3a0oneBanus [1].

B nanHOll crathe MBI NpeACTaBisieM KIMHUYECKUN cilydail rajgakto3emMuu | Tumna
y HOBOPOXJEHHOI'O C HayaJbHOM BBIPAKEHHOH HenmpsAMoOl runepOuiMpyorHeMuei,
npoTekaromeil Ha (oHe BpPOXKACHHOW NUTOMErajoBUpycHOW uHGpexknun. HecmoTps
Ha OTCYTCTBHE cCHEIM(PUUECKON KIMHUYECKOM CHUMIITOMAaTHUKH, HEOHATaJbHOIO CKPUHUHIA
npeBapUTENbHBIA AUAarHo3 ObUT TOCTaBlIeH HAa 8- CYTKW >Ku3HH. CBOEBPEMEHHO Hayartas
aTOreHeTHYEeCKasi, CUMITOMAaTh4yecKas Tepamus TI03BOJIMIA JOCTUTHYTh KOMIIEHCALUU
BPOXKJIEHHOTO JAedeKkTa MeTadoMM3Ma TrajakTo3bl U ONTUMHU3UPOBATH MPOTHO3 (PU3UUECKOTO
Y HEPBHO-TICUXMUYECKOT0 Pa3BUTHs peOeHKa.

KurroueBble ¢j10Ba: rajgakro3eMusi, KIMHUYECKUI Cllydaid, HOBOPOXK/ICHHBIN, HENpAMast
rUNepOMIUpyOuHEMUS], HEOHATAJIbHAS KENTyXa.

BBenenne. B mocneaHue rojpl paHHee BBISBICHHE HACIIEICTBEHHBIX 3a00JeBaHMN
oOMeHa BENIECTB SBISETCA aKTyalbHOM mpoOiemoii. [Iporno3 3aboneBaHuss BO MHOTOM
3aBHCUT OT paHHEW AMAarHOCTUKH U CBOEBPEMEHHON MaTOr€HeTHYECKON TeparmH.

[amakTo3eMusi — ayTOCOMHO-PEIIECCHBHOE 3a0OJeBaHWE, HapylmieHHe OOMeHa
rajlakTo3bl, XapaKTepU3yIOIleecsi HAaKOIJIEHHEM TallaKTO3bl U NMAaTOJOTMUECKUX MPOTYKTOB €€
MeTaboiaM3Ma B TKaHAX. YacToTa TajlaKTO3eMHUH B PAa3HBIX NOMYJSAIHSIX KoJjeOiercs
or 1:18 000 mo 1:187000 nHOBOpoxkIeHHBIX [2]. B OCHOBE TralakTO3eMUU JICKHUT
HEIOCTaTOYHOCTh OJTHOTO W3 TPeX (EPMEHTOB, YYAaCTBYIOIIMX B META0OIHM3ME TallaKTO3BI:
raynakto3o-1-dpocharypununrpancdepassl (TAJIT), raJJakTOKMHA3bI (TAJIK),
ypuauHaudocaT-ranakro3o-4-snumupassl (I'AJID). Beinensoor Tpu Tuma rajiakTO3eMUH,
B 3aBUCHMOCTH OT WMEIOIIETocs Yy TalMeHTa JaedeKTa OJHOTO W3 TpPeX OCHOBHBIX
dbepmenToB [3]:

1. lamakTo3emus 1 Tmma (kmaccudeckasi), oOycioBieHHas neduruTom QepmenTa
ranakto3o-1-pocharypununrpanchepassl (I'AJIT). OT1oT TN Takke BKIOYaeT B cels
BapuaHT Jlyapre.

2. I'anakro3emus 2 tuna — Aepunut ranakrokunassl (I'AJIK).

3. Ianmakrozemuss 3 Tuma — gepuuuT ypuauHAHDOCHAT-TaIaKT030-4-3MUMHUPA3HI
(TAJID).
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['amakTozemust | THIa WM KJIACCHYECKas TaJaKTO3eMHUs SIBJIETCS HanOoJee TKENIOH
dopmoit ramakrozemuu. OpraHaMU-MULICHSIMM JJI1  HAKaITMBAIOUIUXCS  TOKCHYHBIX
METa0OJIUTOB SIBISIFOTCSA MO3T, NEYeHb, MOYKH, KAMIEYHUK [4]. OOBIYHO NepBBIE MPU3HAKU
3a00JIeBaHUsl BO3HUKAIOT YK€ B paHHEM HEOHATaJIbHOM Iepuoje Ha (OHE BCKapMIIMBAHUS
IPYAHBIM MOJIOKOM HWJIM aJalTUPOBAHHOM JETCKOM MOJIOYHOM CMECHI0 M 3aKJIHYaroTCs
B [OSIBJICHUH CPBITMBAHUS, PBOTHI, OTMEYAETCs II0Xas MprdaBKa Macchl TeJla UK €€ oTepsl.
XapakTepHbIM  CHUMITOMOKOMIIEKCOM  TaJlaKTO3EMHM  SIBJISETCS  HEKPOTUYECKUI
SHTEPOKOJIUT, MIEYCHOYHO-KJIETOYHAsI HEAOCTATOYHOCTh, HApYyIIEHUE KaHAIbLEeBOH (QYyHKIUU
MOYeK, TEeMOJMHAMHYECKHE pPACCTPOMCTBA, YrHETEHHE (YHKIUMH HEPBHOW CHCTEMBI,
reMOJIMTHYECKAas aHeMHus, Karapakra. YacTo 3a0oiieBaHME CONPOBOXKIAETCS PA3BUTUEM
CEICUca, YTO MOXKET MPUBECTH K JIETAIBHOMY MCXOJy B HEOHATAIbHOM nepuoze. OCHOBHON
[ATOTEHETUYECKUH METOJ JICYEHMsI TajJaKkTO3€MUM — JHETa C IOJIHBIM HCKIIOUYEHUEM
TaJaKTO3bl U JIAKTO3BI.

MaccoBblii HEOHATaJIbHBIM CKPUHUHT HA TaJaKTO3EMUIO MPOBOJAT HA 4-€ CYTKU KU3HU
JIOHOILIEHHBIM HOBOPOKJEHHBIM U Ha 7-€ CYTKHM W3HH — HEJOHOLUIEHHBIM JETSAM. YpPOBEHb
TOTQIBHOM TallakTO3bl (CyMMa KOHIEHTpAMid TajJakTo3bl H  rajakTos3bl-l-hocdara)
B CBIBOPOTKE KPOBU HE JOJDKEH mpeBblmath 7,2 mr/an [5]. IlpenatanbHas QuarHocTHKa
raJlakTO3eMUHU 1 Tuma  BKJIIOYAET  OMpENEJIeHME  AKTUBHOCTM  TaJlakTo30-1-
docharypununrpanchepassl B KyabType aMHHUOIIMTOB WJIM BOPCHHAX XOpuoHA. B cmyuae
CHI)KCHHON aKTHBHOCTH JTaHHOTO (hepMEeHTa HEOOXOJUMO UCKIIOYHUTH TajJaKkTo3y U3 JAHETHI
JKEHIIUHBI [6].

Hens  mcciaegoBaHusi:  NOPEICTaBUTh  KIMHUYECKUHM — Cllydaid — KJIACCUYECKOM
rajlakTo3eMuy | Tuma y HOBOPOXKJIEHHOTO U IpPUBJIEYb BHUMAaHHE Bpavyeii-HEOHATOJIOTOB,
Bpauei-nenaTpoB K BOIPOCY 0COOEHHOCTEH KIMHUUYECKOTO TeUEHHs! JaHHOM MaTOJIOTHH.

Marepunanbl M MeToAbI HccjaefoBaHMs. HOBOPOXIEHHBIN HAaXOIWJICS Ha JIEUEHUU
B MEAUATPUUYECKOM OTHEJICHUH Uil HOBOpoxkaAeHHbIX ['Y PHIIL] «Matp u nuts». IIpoBenen
aQHAIN3 MEIUIMHCKOM KapThl CTAllMOHAPHOIO NAalMeHTa, aHalu3 JIMTEPaTYpPHbIX JaHHBIX
0 U3y4aeMOW MaTOJIOTHH.

PesynbraTrel  HMccaenoBaHusi W HX  oOcy:kaeHHMe. 3acily’)KMBaeT BHUMAaHUS
KJIMHUYECKUM ciyyall rajakro3eMuu | Tuma, JUarHOCTMPOBAHHBI y HOBOPOXKIEHHOTO,
HaxXOJMUBILIErOCs Ha JICYEHUH B MEAUATPUUYECKOM OTACIICHUU [ HOBOPOKAeHHBIX ['Y PHIIL]
«Martp u qutsa» ¢ 8-ro no 47 neHp xu3HU. COrjacHO JAHHBIM METUIIMHCKON JOKYMEHTaluu
peOeHOK (MalbyMK) poAMJICS OT 2 OepeMeHHOCTH, 2 CPOYHBIX POJOB B Cpoke 284 mHs.
Ouenka mo mkane Anrap 8/9. Bec mpu poxnenuu cocraBuwi 3700 1, poct — 54 cwm,
OKpPY)KHOCTh TOJIOBBI — 34 cM, OKpYXHOCTb Ipynu — 33 cwm. IlepBas GepemeHHOCTH 5 JeT
Ha3aJ — CpOYHBIE poaAbl C BecoMm mpu poxaeHuu 3470 r. PebGeHok 3mopoB. [lanHas
OepeMeHHOCTh MpoTeKajia Ha (pOHEe MHOTOBOJIUS, AHEMHUH JIETKOW CTENEeHH TskecTu. Muoma
MaTKd Hebombimux pazMepoB. Bospact marepu — 31 roxa. I'pymma kposu A(II) pesyc D
nosioxkutenbHbIN. [lonkoBooOpa3Has nouka y mioaa. [luenoskrasus ciesa y minona. PebeHok
Cpa3dy IpPWIOXKEH K TpyIu, IOCIE€ POXKACHHUS HaxXOoOWiIcs C MaMOW Ha COBMECTHOM
npeObiBannK. COCTOSIHUE YIOBJIETBOPUTEIbHOE, Ha TPyIHOM BckapMinBaHuu. [IpoBenena
BaKIIMHALIKA [IPOTUB BUPYCHOTrO renatura B.

C 3-X CyTOK >KM3HM OTMEUEHO TMOSIBIICHUE JKEITYXH, KOTOpas Oblja paclieHeHa Kak
¢uzuonoruueckas. Ha 4 cyTku >KM3HM UKTEPUYHOCTb KOXKHM YBEJIUYHIIACH, YPOBEHb OOILIETO
ounupyOuna — 362,8 Mmxmouis/i1. [IpoBonunacek ¢pororepanus, MHPY3MOHHAS Tepanus € LENbI0
ne3uHToKcuKamuu. Ha 5 cyTku Ha ¢oHE JIeUueHUs COXpaHsUICS MPEKHUA YPOBEHBL OOIIETro
OounmupyOuna — 365,8 MkMoub/1 (ypoBeHb mpsMoro OwnupyomHa — 25,9 MKMOJIB/I).
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[lepeBenen Ha BTOpPOW 3Tam BBIXQXXHBAHUSA JaHHOTO yupexaeHus. CocrossHue peOeHKa —
CpemHEeW  CTEMEeHW  TSOKECTH.  [SHKECTh  COCTOSHHMSI ~ OOYyCIIOBJI€HAa  HEMpPSIMOM
runepouMpyonHeMueii. BckapMirBanue rpyiHBIM MOJIOKOM, cocail oxoTHoO. [loTepst Mmacchl
tena — 8 %. Co3nanue coxpaneno. /IHO. YJ[ — 46 npixanuit B munyty. Sa02 — 97 % 6e3
kucnopona. ['emogunamuka crabunpHast, YHCC — 130 ynapoB B munyty, AJl 76/42 MM.pT.CT.
ITeuens + 2 cm. [lepuctanbpTuka BeicaymnBaeTcsa. Juypes3 nocrarounbiid. CTyn nepexoaHbli.
HeonaTtanbHbIil CKPUHUHT Ha TAIAKTO3EMUIO HE ITPOBOAUIICS.

B mnocnenyromue 1Boe CyTOK COCTOsSHHE peOEHKa C OTPHUIATENbHOM THHAMUKOM.
YpoBenb obmiero ounnpyouna yBenuamics a0 420,4 MKMOJIB/J 32 CYET HEMpsMol (pakiun
(ypoBeHb mpsiMoro OwimmpyomHa — 34,8 MKMOIB/T) Ha (OHE MPOBOIUMON HHTCHCHUBHOMN
tepanuu. BckapminBanue rpyaHbiM MoJIOKOM. CocaHue U3 poKKa MEIJIEHHOE, HE CPhITMBAJL.
[Torepst macch Tena — 6,2 %. Co3nanue coxpaHeHo. JIBurarenbHas akKTUBHOCTH, PeIieKchl
HoBopoxkaeHHoro cHmxkensl. JJHO. CHO. Sa02 — 97 % 6e3 kucnopona, AJl 78/48 MM.pT.cT.
Moua HachlieHHO-)kenToro nsera. Cryn xentoiil. Ilapamerpsl oOuiero anamusa KpoBH,
olmiero aHanusza MouH, ypoBHH C-peakTHBHOro Oenka ObLTM B mpenenax pedepeHTHBIX
3HaueHui. Otmeuanock nosblieHue ypoHeil AJIT, ACT B OnoxuMudyeckoMm aHajiu3e KpOBU.
Pe6Genok mepeenern B PHIIL[ «Mate u muTs» s naiapHeimero JiedeHus. Jlmarnos mpwu
IIEpEBOJIE: Heonaranphas JKENTyXa, 00yCIIOBJIEHHAS HEKOHBIOTUPOBAaHHOM
TUIEepONIMPYOMHEMUEH HEYyTOUHEHHOTO TeHe3a.

HoBopoxa€HHplil Manpuuk noctynui B neguarpudeckoe otaenenue I'Y PHIIL «Matb
U JUTs» Ha 8-€ CYTKU KU3HU. OOBEKTUBHBIA CTATyC IPU MOCTYIIEHUU: COCTOSIHUE TSXKEIOE,
o0ycnoBieHHOe HenpsAMoi runepounupyounemueii. Temneparypa tena 36,7 C. Macca tena —
3470 r (meduumut maccel Tena — 6,2 %). Cocer u3 pokka HEOXOTHO. CpBITMBaHHMU HET.
KucnopononesaBucum. Pediiekcbl HOBOPOXKJIEHHOTO, JBUTraTelbHas aKTUBHOCTb CHU)KEHBI.
KoxHble MOKPOBBI MKTEPUUHBIE C CEPbIM U 3€JEHBIM OTTEHKaMH, MEepUOpaIbHBIA LHAHO3.
Typrop TkaHe#l nocraTouHblil. Permonapueie nuMdarudeckue aMMEQOY3Ibl HE YBETUYEHBI.
bonpmoit pogHuM4ok 2Xx2 cM, BBIIOJHEH. TOHBI cepAlla PUTMUYHBIC, MPUIITYIICHBI,
CUCTOJIMYECKHH Ayrouuil myM. J{pIxaHue my3puibHOE Haja BceMH JerodHbiMu noissmu. YCC
148 ynmapoB B MuHyry. YJI — 52 npIxaHudi B MHUHYTy. YUacTHE BCIIOMOTAaTEJIbHOU
MyckynaTypsl B akte apixaHus. JJH 0-1. IleueHr He yBenuueHa, BBIXOAUT M3-TOJ Kpas
peGepHOil ayru Ha 2 cM, cene3eHKa He mnanbnupyercd. JKUBOT MATKMHA, JOCTyHeH s
r1yOOKOHM manbpnanuu Bo Bcex otaenax. [lepucranpTuka kumieyHnka oObruHas. CTys JKenTo-
KOPUYHEBBIH, KamnieoOpa3Hbiil. Moya TEMHO-)KEITOTO 1IBETA.

Ha ocHoBaHuM 0OBEKTUBHBIX KIMHMUYECKHUX JIaHHBIX, a TAK)KE JAHHBIX aKyIIEPCKOTO U
TMHEKOJIOIMYECKOr0 aHaMHe3a, J1abopaTOpHO-UHCTPYMEHTANbHBIX, KIMHUUECKUX TaHHBIX U3
MPEOCTaBIEHHON MEIUIIMHCKOM JOKYMEHTAllMi, OBl BBICTABJIEH IpeABAPUTEIbHBIN
JIMarHO3: HEOHATaJbHAs JKEJITyXa, CMEIIAaHHOTO reHe3a. [amakto3zemusi? CuHAPOM
nbixarenbHbix paccrporictB. JIH 0-1. IlonkoBooOpasnas mouka. Iluenmoskraszusi criesa.
Bricokuit puck peanuzanuu BYW. Jlng sHTepanbHOro nutaHus peOeHKYy Obljla Ha3HadeHa
CHeUalIn3upoBaHHas COEBasi CMECH.

TsokecTh cocTosiHUA pebeHKa ¢ 3 CYTOK KH3HM Oblla OOyCIIOBJIEHA HENpPSMOM
runepouupyonnemueii.  JluddepeHnmanbHplii  1MarHo3  OPOBOJWICS C  JIPYTHMMHU
HACJIEICTBEHHbIMU 0OJIe3HAMH OOMEHa, HEOHAaTaJbHBIM TI'e€MOXPOMAaTO30M BCIIEJCTBUE
AIJIOMMMYHU3AIUH, BHYTPUYTPOOHON MH(EKIHEH.

[IpenBapuTenpHbId JAMArHO3 TalaKTO3eMHs ObLT BBICTABIEH C YYE€TOM TOTO, YTO
HOBOPOXKJCHHBIE YacTO JEMOHCTpUpYET Hecneuuduyueckue TMposiBICHUS B J1e0r0Te
3a00JeBaHus, a TaKKe HEOOXOIUMOCTBIO BBEICHUS JIeueOHOro nmuTaHus. B nureparype Ham
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yJI0Ch HAUTH COOOLICHMS O CIy4asX TaJlaKTO3eMHH HOBOPOXKICHHBIX C PaHHEH TsKeIon
HEMpsAMOi Turepouupyonnemucii [7, 8].

Jlist yrouHEeHHsI quarHo3a peOeHKy ObLIO IMPOBENCHO KOMILIEKCHOE JTabopaTtopHoe
U HHCTpYMEHTaJIbHOE OOCJe0BaHhe, KOTOpOe BKIJIIOUaio B ceOs oOImMii aHamu3 KpoBH,
oOIIMi aHaIU3 MOYM, OMOXUMHUYECKUI aHaIu3 KpoBH, remocrazuorpammy, MDA (TORCH),
KpoBb Ha  Mapkepbl  rematutoB, [II[IP  oOpa3umoB  KpoBH, MOYH,  CIIOHBI
Ha nuroMmeranoBupycHyro uHpekmuro, [P kpoBu Ha repmec, TOKCOIIa3M03, MOCEB KPOBU
Ha CTEPWIBLHOCTh, PEHTTeHOTpa(UI0 OPraHoOB TPYIHOW KIETKH, HeipocoHorpaduio, Y3U
opraHoB  OpromHoW mnonoctd, Y3W muroBugHOM, BuiaoukoBoM kene3bl, OKI,
sxokapauorpaduto. HazHaueHa koHcynbTaius renetuka. [IpoBeneH BpaueOHbIN KOHCHITUYM.

[Tocne KOHCYAbTALIMM T€HETHKA, JJIS1 UCKIIOUEHUS HACIEICTBEHHBIX Oose3Heil oOMeHa
pebeHKy OB MPOBEACH CENEKTUBHBIN CKPHHHUHT KPOBH (rajiakto3a + ramakrtosa-1l-docdar),
CEJICKTUBHBIA CKPUHUHT MO4H, B3sThl oOpa3ibl JIHK Ha ranakrozemuro, TMC aMUHOKHCIIOT,
AKTUBHOCTH JIM30COMAIBHBIX (epMeHTOB. 1o pesynbraraM CKpUHUHTA B KPOBH BBISIBJICHO
MOBBILICHHE YPOBHS ralakTo3bl + ranakro3a-l-docdar (3256 mxmons/n npu HOpMme A0 250),
B MOYE TOJIOKHUTEIbHAs Mpo0a Ha peaylupyoIIue caxapa U Mykomnosucaxapuao3. [locie
MOJIyUYeHHUsI BCEX pe3yJbTaTOB T'€HETHMUYECKOTO UCCIEOBaHUs ObUIO BBIIAHO MEIUKO-
TEHETUYECKOE 3aKifoueHue. Pe3ynbTaTtbl MOJEKYISIPHO-TEHETUYECKONW JIHArHOCTUKH: Y
npoOaH/ia BBISIBJICHO TOMO3WTOTHOE HOCHUTENbCTBO MyTranmuu P.Ql88R B 3k30He 6 rena
GALT. [uarHo3: HacineacTtBeHHas Ooje3Hb oOmeHa. Kiaccuueckast ramakro3eMus 1TwHma.
AyTOCOMHO-PEIIECCUBHBIN THIT HACJIEIOBAHUS.

B GuoxumuyeckoM aHann3e KpoBH HAOIIOATIOCh 3HAUUTEIBHOE YBEIUMYCHUE YPOBHEH
CBIBOPOTOYHOTO keie3a, menodnord ¢ocdarazer, AJIT, ACT, cHUKEHHE YpPOBHS
TpaHceppuHa. CoxpaHsulach THUIEpOMIMPYOMHEMHs 3a CYeT HemnpsMoro OuwiMpyOuHa
C TOJIOKUTEJIbHOM TMHAMUKOH (Tabnuua 1).

Tabmuna 1 — Jlunamuka W3MeHeHHs 3Ha4eHui o01iero 6mmnpyornHa 1 npsAMoro OmInpyOuHa B KPOBU

8 neun 9 neHn 10 menn 11 mensn 12 mensn 19 nenn 34 nenn 40 neun
IlokasaTrens
JKU3HA KU3HU JKU3HUA JKU3HUA JKU3HUA JKU3HU JKU3HUA JKU3HU
OO6mmit
OmTHpyOuH, 551 353 400 227 174 35 25 18
MKMOJIB/JT
IIpsmoit
OmTHpyOuH, 64,1 60,8 70,8 64,4 50,6 13,4 79 5,4
MKMOJIB/JT

Ha 19-e cytkm xu3Hu cocrosiHue pebenka yxyaummiaock. B OAK — nefikonuros
(55x10*9/m), cnBur neiikonuTapHOi Gopmyiel BieBo (Mmuenonutel — 12 %, ronbie — 1 %,
najyoyKosiepHble HeUTpopmiIbl — 28 %; anemust (3pUTPOLUTHI — 2,92x10%*12/11, remornodun —
92 1/;m). B 6MOXUMHYECKOM aHaJIM3€ KPOBU — BBIpAKEHHAs! TMIIONPOTenHeMHUs (001mii Gestok
— 25 r1/n, amsOymun — 18 r1/m). Ilo pesyapraram III[P o6napyxena JIHK
IUTOMETATOBUPYCHOI MH(pekuuu B citoHe. [IpoBeaeH BpaueOHBbIH KOHCHIMYM. BpicTaBieH
BTOPOIl KIIMHUYECKHUI AMarHo3 (OCHOBHOM): MHGeKUus, crneunduyHas Ui NepruHaTaIbHOIO
nepuojia. BpoxxaeHHas nuroMeranoBupycHas UH(EKIUs, JATEHTHOE TeUeHHE.

B mocnenyromue aBa AHA COCTOSIHHE peOeHKa ¢ OTPUIATEIBHON IMHAMHUKOW, 3a CUET
OTEYHOTO CHHAPOMA, HApACTAaHUs JICHKOLNTO3a, aHEMUYECKOTO CHUHIpOMa. MEHUHTHAIbHBIX
CHUMITOMOB HE OTMEYaJIOCh. TeMmeparypa Tejda HOPMAJIbHBIX 3HadYeHUH. OTMeyanoch
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noBbIIeHNe ypoBHEH C-peakTuBHOrO Oenka 10 32,5 mr/n, npokanbuuToHuHa 10 1,04 Hr/mi.
[To manaeiM Y3U OpromHON mMONOCTH: HAOMIOMAJICS aClUT, TemaTOMErajus, PEaKTUBHBIC
U3MEHEHHUS COCY/OB TE€YEHH M CTEHOK JKeT4Horo my3eips. llogkoBooOpasHas mouka,
MUEIO’KTa3Usd JIEBOM TMOJIOBUHBI MOYKU. [lo JaHHBIM HelpocoHOorpaduu: MpU3HAKU
NEPUBEHTPUKYISPHOTO OTeKa. ACCHMETpUsS TMEPEAHUX pOroB OOKOBBIX JKEITYJI0YKOB.
Cy0OonuHaumanbHas KucTa crpaBa. KoHCYIbTHpOBaH remMaTtoioroM, HHGEKIHOHUCTOM.
BblnosiHeHa KOCTHOMO3roBasi MYHKIHS CO B3STUEM KOCTHOI'O MoO3ra Ha MCCIIEI0BaHUE.
3aKJII0YeHUe: IaHHBIX 3a JICMKO3 HeT. JIeiikemounaHas peakius.

JleueHue MPOBOAWIOCH COMVIACHO  JEMCTBYIOIIUMM  KIMHUYECKHMM  IPOTOKOJIAM
U BKJIIOYAJO B ce0s aHTUOAKTEPHAIBHYIO TEpalHio, KOPPEKLUHUI0 aHEMHYECKOrO CHHApPOMA
(BBEIEHUE PPUTPOIIUTAPHON MACChI), THUIONPOTCHHEMUH (BBEJACHUE albOyMUHA, OKTarama),
reMOpparuueckoro CUHAPOMa, KEJITYIIHOTO CUHIPOMA.

Ha 22-e cyTku %u3HU OblIa OTMEYEHA TEHACHIIUS K CTAOMIM3AIMN COCTOSHUS peOeHKa,
HOPMAJIM30BAJIMCh MTOKA3aTENIU KPOBU, Ha KOHTPOJbHOM Y3U opraHoB OpromIHON MONOCTH
oTMeyalach TMOJNOXHUTeNnbHass AuHamuka. CocrosHue pebGeHka 1mocne 25-X  CYTOK
C TOJIOKUTEIbHOW JuHamMuKON. HoBopoxaeHHbIM cranm npuObiBaTb B Macce Tena.
HopMmanu3zoBanuch mokaszarenu xenes3a, Oenka, (EepMEHTOB B OHOXMMHYECKOM aHAIHM3e
KpPOBH, [10Ka3aTEIN '€MOCTa3MOIPAMMBI.

PeGenoxk Obu1 BhIMKCcaH goMoi B | Mecsi u 17 qHel B yIOBIETBOPUTEIHHOM COCTOSTHUH
noJa HaOIOJIEHUE YYacTKOBOTO IMeauaTpa, MHQPEKIMOHHCTA, HEBPOJIOra, SHAOKPUHOJIOTA,
OKYJIUCTA TI0 MECTY KHUTeJIbcTBA. Macca tena npu Beinucke — 4260 r (+560 1), pocTt — 58 cwm,
OKPY’KHOCTb T'OJIOBbI — 38 CM, OKpYXHOCTb Irpyau — 37 cMm. PekoMeHI0BaHO MPOAOTIKUTH
BCKapMJIMBaHHE CMEChIO Ha OCHOBE COEBOI'0 OeJIKa.

[IpeacraBnenHslidi  HaMM  KIMHMYECKMH  ciydail  ramakrtozeMun 1 THnoa
Y HOBOPOJXKJIEHHOTO JEMOHCTPUPYET Heclenn(PprUIecKue MposBICHUs B 1e0I0Te 3a00JIeBaHUsI.
OOBIYHO KOpPMJIEHHE TPYAHBIM MOJIOKOM HJIM MOJIOYHBIMH CMECSIMH MPHUBOISAT K PBOTE,
uapee, HapacTaroT SIBJICHHS 3KCHKO03a, ObICTpO pa3BHuBaeTcs runorpodus. B Hamewm cioyuae
MEePBLIM MPU3HAKOM 3a00JiIeBaHUS ObLIA TsKENash paHHSS HENpsMas TUNepOUIUpyOuHEeMHUs.
B nanpHeimieM guarHo3 ramakTo3emMuu 1 Tuma ObT  MOATBEPXKIEH pe3yabTaTaMH
MOJIEKYJISIPHO-TEHETUUECKOro  uccienoBanus. (CBOEBpeMEHHas OTMEHAa DJHTEPaJbHOTO
MUTaHUS, COAEPX AIIEr0 TalaKTO3y M JIAKTO3Y, Ha3HAYEHHE KOMIUIEKCHON MOCHHIPOMHOU
Tepanuy, HaNpaBIeHHOM HAa KYHNUPOBAaHUE TMPOSBICHUNH BHYTPUYTPOOHOW MHGEKIHUH,
reMOpPparu4eckoro,  aHEMMYECKOro,  OTE€YHOrO0  CHUHApPOMA,  Jald  BO3MOXKHOCThb
CTaOUIIM3MPOBATh COCTOSIHUE peOeHKa M K30exaTb HEeoOpaTUMOTO IMOBPEXKIAECHHSI OPraHOB
U CUCTEM.

3akarouyenue. Ha ocHOBaHMM NpeACTaBIEHHOTO KIMHUYECKOTO CIIydasi MOXKHO ClieaTh
BBIBOJI, 4YTO KJacCHYecKas TallakTO3eMHUsl — JOCTaTOYHO CJIOXKHOE Ui JUArHOCTHKHU
3a00ieBaHHEe B OTCYTCTBUM HEOHATaNbHOTO CKpuHHMHTa. (CBOEBpEeMEHHO HauaTas
JUETOTepanusi U KOMIUIEKCHOE JIEYeHHE YIIYYIIaloT KadeCTBO KM3HU NAIMEHTOB U HX
OTHANIEHHBI  MPOTHO3. MBI  peKOMEHJIyeM  BKJIIOUYaTh  JMArHo3  TaJlaKTO3eMUs
B auddepeHInaTbHyl0  TUAarHOCTHUKY  paHHEH  HempsAMol  runepOminupyOuHEeMUun
HOBOPOKJCHHBIX.
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Galactosemia is a hereditary disorder of carbohydrate metabolism, in which an excess
of galactose and its metabolites accumulates in the body. This determines the clinical picture
of the disease and the formation of delayed complications. Early diagnosis, symptomatic
therapy, and selection of therapeutic nutrition improve the prognosis of the disease.

In this article, we present a clinical case of galactosemia type 1 in a newborn with initial
severe indirect hyperbilirubinemia occurring against the background of congenital
cytomegalovirus infection. The preliminary diagnosis was made on the 8th day of life, despite
the absence of specific clinical symptoms and neonatal screening. Timely initiation
of pathogenetic and symptomatic therapy made it possible to compensate for the congenital
defect in galactose metabolism and optimize the prognosis of the child’s physical and
neuropsychic development.

Keywords: galactosemia, clinical case, newborn, indirect hyperbilirubinemia, neonatal
jaundice.
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