Kapauosiora. Ha3HaueH NOBTOpPHBIA OCMOTp 4Yepe3 2 Mecdla € pe3yiabTaTamu
ITUHAMHUYECKOT0 HAOIIOAEHUS.
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AHHOTaHI/ISI. I'anakTozemus OTHOCHUTCHA K pPECAKUM HACJICIACTBCHHBIM
3a0oneBaHusIM oOMeHa BemiecTB. CBOEBpEMEHHAsI JUArHOCTHKA U JICUCHHE BIIUSIIOT
Ha JMHAMHKY 3a00JieBaHUs U MPOTHO3. B cTarthe paccMOTpeH KIMHUYECKHUM ciydait
paHHEN AMarHOCTUKY HapyLIEHUs: 0OMeHa rajJakTo3bl Yy HOBOPOKICHHOTO.

Annotation. Galactosemia is a rare genetic metabolic disease. Timely
diagnosis and treatment affect the dynamics of the disease and prognosis. The article
describes a clinical case of early diagnosis of a metabolic disorder of galactose of a
newborn.

KinwueBble cjoBa: TrajgakTo3eMus, TallakTO3a, KIMHUYECKUN Cllydai,
HOBOPO’KJICHHBIN

Key words: galactosemia, galactose, clinical case, newborn

Beenenue

lamakrozemuss — ATO TeHETUYECKH  OOYCJIOBICHHOE  PACCTPOMCTBO
MeTaboin3Ma, MpU KOTOPOM HapyIlIaeTcss OOMEH MPOCTOTrO caxapa, Ha3bIBAEMOTO
rajgakro3od. Bo MHOrMX TpoOayKTax MPUCYTCTBYET HEOOJBIIOE KOJIHYECTBO
rajakTo3bl, IIOCKOJIbKY OHa SBJISETCS YacThlo Oojiee KPYIHOIO —caxapuja,
HA3bIBAEMOTO JIAKTO30M, CoJepIKalielcsi BO BCEX MOJOYHBIX U MHOTHUX MPOJYKTax
nerckoro  nuTaHus.  CUMITOMBI  TallaKTO3€MHUHM  SIBJISIIOTCS  CJICACTBUEM
HEBO3MOKHOCTH HCIIOJIb30BAHUS TaJaKTO3bl B KayeCTBE CyOCTpaTta JUIsl MOJy4YEHUs
sHeprun. CyIecTBYeT HECKOJIbKO TUIOB rajakTo3eMuu. Kakaplii U3 THUMOB BhI3BaH
MyTallUsIMU B ONpPENENIEHHOM TEHE, BIUAIOINIMMH Ha AaKTUBHOCTb Pa3IUYHBIX
(GepMEeHTOB, y4YacTBYIOIIMX B METa0OJM3ME€ TalaKTO3bl, TaK Ha3bIBAEMOM ITyTH
Jlenypa [5,6].

Krnaccuueckas ramakro3eMus, Takke HM3BecTHas Kak Tumn I, oOycioBiieHHas
mytammeir B Tene GALT, «komupyroomem ¢depMeHT ramakro3o-l-docdar-
ypunuitpancdepasy, siBiasiercs Hanbosee pacnpocrpanenroi (1 ma 30 000 - 60 000
HOBOPOJKJIEHHBIX) M caMod Tspkenoit ¢opmoii 3aboneBanus.[2,4,6] B ocHoBe
naToreHe3a JaHHOTO THUMA JISKUT  HAKOIUICHHE HE TOJBKO TajakTo3bl, HO U
raiakto3o-1-gocdara, wurparomero OCHOBHYI pOJb B PAa3BUTHH TO3THUX
KIIMHUYECKUX TposiBieHnN 3aboneBanus. [lopaxaroTcs SpUTPOIUTHI, T€MATOIMUTHI,
HEPBHBIE U JpYrue TKaHU.

[Tpu HecoOmomeHn HU3KOJAKTO3HOW JHETHl Y MIAACHIIEB C KIACCHYECKOM
rajakTo3eMHuel yepe3 HECKOJbKO JTHEW MOCIe POXKIAECHUS MOTYT HACTYNHUTh OMACHBIE
JUTSL JKU3HH OCJIOKHEHHUS. Y OOJIbHBIX HOBOPOXICHHBIX OOBIYHO BBISIBISIOT
SHTEPATBLHYIO HEJIOCTATOYHOCTH, HEBPOJOTUYECKUN NePUIUT, TePUITUT MACCHI Tela
U POCTa, TUNEPOMIUPYOMHEMHUs, NMPU3HAKU TeNaTUTa W HapYyLUICHHWE BHEIIHUX H
BHYTPEHHUX MEXaHU3MOB remocrtasa. [IpoaykTel meTaboin3Ma TalakTO3bl TaK Ke
00Jaat0T TOPMO3SIIIIAM BIUSHAEM Ha aKTUBHOCTh (DEPMEHTOB, Y4YaCTBYIOIIMX B
VIIICeBOJHOM oOOMeHe (pocdorirokoMyTassl, TIHOK030-6-pochaTaeruaporeHassl),
CJICJICTBUEM YE€TO SIBJISIETCS] TUIIOTJIMKEMUYECKUN CUHIPOM [2].

Haubonee omacHbIM OCJIOXKHEHHEM  SIBISIETCA  pa3BUTUE CEICcHUca U
CENTUYECKOr0 IIOKA, BBI3BAHHOIO TIpaMoTpuuaresbHoi ¢diopoi, B 90% cnydaes
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Bo3OyaureneM uHpexuun sBiaserca Oakrtepus Escherichia coli. CymectByer
MPEINOJIOAKEHNE, YTO ITO CBSI3aHO C MHTMOUPOBAHUEM OaKTEpHAIBHOW aKTUBHOCTH
JIEMKOIUTOB [2,6].

B nanpHeiimemM OoOJIbHBIE TallaKTO3EMHUEH JETH TakXe IOJABEPKEHBI
MOBBIIIIEHHOMY PHUCKY 3aJI€P>KKH (PU3MUECKOTO, YMCTBEHHOI'O UM PEUEBOT0 Pa3BUTHUS
(BepOanpHON AUCHpAaKCUU), BEJIMK PUCK pa3BuTus Katapaktel (y 30% gereit ¢
rajjaktozemuel [ Ttuma), ocreomopo3a. Y OONBHBIX J€TEl >KEHCKOro IMojia ¢
KJIACCUYECKON TrajlaKTO3eMHE MOTyT pa3BUBATHCS PENPOIYKTUBHBIE MPOOJIEMBI,
BBI3BAaHHBIE paHHEH ToTepe (PYHKIUM  SAUYHUKOB -  TIPEXKJIECBpPEMEHHas
HEJIOCTATOYHOCTh SSMYHUKOB.

Ha cerognsimanii MOMeHT u3BecTHO 250 maToreHHbix BapuanToB reHa GALT,
156 u3 HUX SBJSIOTCS MUCCEHC-MYTaIlUAMH. OKOJIO 85 % MyTalluii BBI3BIBAIOT TPydOe
HapyIlIeHHe aKTUBHOCTU (EPMEHTA, YTO COOTBETCTBYET KIMHUKE KJIACCUYECKOMU
rajakTo3eMHHU, B JIaHHOM cliydae akTUBHOCTh (epmeHTta ['AJIT He mnpeBsbimiaet
5%[4].

K ramakrozemuu I Tuma Takke OTHOCHUTCS MyTallusl , U3BECTHAs KaK BapUaHT
Hyapre. B pganHOM ciyuae akTHUBHOCTh (epMeHTa CcHmkaetrcs nuiib Ha 50%.
boneubie ¢ BapmanToM JlyapTe wuMewT Topa3go 0Oojiee MSITKOE TEUEHUE
raJjlakToO3eMHH, B 3apyOeXHOM  JUTEpaType 3TOT BapUaHT Ha3BaH MOIYAIUBOU
MyTaluend, OH MOJXKET MPOSBIATHCS TOJBKO B BHUIE HW3MEHEHHs J1abOpaTOPHBIX
rmokasarerneit [2,6].

IIpy Bcex THUmax TrajgakTO3EMUU IPOUCXOJUT HAKOIJIEHHE €€ OJHOIO
MeTabonuTa TrajakTo3bl - TajakTuTojia. HakamnmuBasch B KJIETKaX M TKaHIX,
TJIaKTUTOJ BBI3BIBAET WX OTEK M HalOyXaHue, KaK AITUM OOYCIOBJIEHO YacToe
pa3BuTue KatapakTbl. CylmIeCTBYIOT JaHHbBIE, UTO MPHU MMOPAKEHUH HEPBHBIX KIIETOK
pa3BUBaETCS MCEBAOTYMOPO3HBIH mporecc.[1,2].

MaccoBblli HEOHATaJIbHBIA CKPUHUHI TIO3BOJISIET CBOEBPEMEHHO BBISBIATH
HaJIM4YME TalaKTO3€MHH Y HOBOPOKIECHHBIX. B COOTBETCTBHM C YTBEPKIECHHBIM
aIrOPUTMOM CKPUHUHIOBOE MCCJIEAOBAHUE MTPOBOJMUTCS IIYTEM ONPEAEICHUS YPOBHS
rajakTo3bl B KpoBH. [Ipu MOdIydeHHH MOJOKHUTEIBHOTO pEe3yJbTara, MPOBOIUTCS
JanbHEWIass IUAarHOCTHWKA, BKJIIOYAIONIAs ONpENeJICHUE AaKTUBHOCTH (depMeHTa
I'AJIT nu JHK-nuarHocTuky.

Heap wucciiefoBaHusi — ONKCATh KIMHUYECKHM Cllydald KIJIACCUYECKOMN
raJIakKTO3eMUU Y HOBOPOXKJICHHOTO, OOpaTUTh BHUMAaHWE HAa 3HAYMMOCTh paHHEU
KIIMHUYECKOH, J1abOpaTOpHOM, HMHCTPYMEHTAIbHOM JUArHOCTUKKA B JICUEHUH
rajakTo3eMuHu.

MarepuaJjbl 1 METOIbI HCCJIEIOBAHUS

[lannenTka J1eBoYka &8 CYTOK, HaxoAwiach B OTACICHUU MATOJIOTUU
HOBOPOJKJICHHBIX 00JIACTHOTO MEPUHATAJIBHOIO IIEHTPa C JUArHO30M rajaKkTO3eMus
1 Tuma. Ilpoenennl ciueayromue wucciaenoBanus: OAK, OAM, OHOXUMHYECKHI
aHaJgu3 KPOBH, MCCJEAOBAaHUE TaJaKTO3bl KPOBHU, F€HETUYECKOE MCCJIeJOBAaHUE Ha
HAIMYUE T€HOB TaJIaKTO3€MHUH, UCCIIE0BAaHNE TeMOCcTa3a, Y 311 BHYTpEHHHUX OpPraHoB,
HCT.

Pe3yabTaThl Hcc/IeIOBAHUSA U UX 00CY:KIeHHe
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JleBouka MoOCTynwia B CTalMOHAap B BO3pacTe 8 CYTOK C IMOAO3PEHHEM Ha
HaJM4Kh€e T€HETHUYECKOro 3a00JeBaHUs - TaJIAKTO3EMHUH MO JaHHBIM HEOHATAJIbHOIO
ckpuHura. M3 anamHe3a: BTOpoi peOEHOK OT BTOpOM OEpEeMEHHOCTH, B 26 HeAelb
OEpEeMEHHOCTH MOCTaBJIEH JAMArHO3 I'eCTAllMOHHBIN caxapHblii nuader, B 36 Henenb
Math nepeHecna OP3. Poaunacek B cpoke recraiuu 38 HEAENb, MyTEM IJIAHOBOTO
OMEpPAaTUBHOIO POJOPA3pElICHHs] B CBSI3M C Ta30BbIM IMpeasieKaHUeM, Macca Mpu
poxnenun 3150r, omenka mo mkane Anrap 7/8 OaloB, COCTOSHHE C POXKICHHS
yIIOBJIETBOPUTENBHOE, C 3-X CYTOK HaXOAWJIach Ha CMEIIAHHOM BCKapMJIMBaHUU B
BUJ1Y TUTIOTAJIAKTUY, HEOHATAJIbHBI CKPUHUHT MPOBEJIEH Ha 4-€ CYTKH, B POAWIHLHOM
JIOME BaKIMHHUpOBaHa MNpoTUB BuUpycHoro remaruta B u BIK , wa 4-e cyrkm
BBINIUCAHA B  YJOBJICTBOPUTEIBLHOM  COCTOSIHUHU BbIlIUCaHa JoMol. B
MOJIMKJTMHUYECKUX YCJIOBHUSX OTMEYAJICS HHTOKCUKAIMOHHBIA CHHAPOM, CHUHIPOM
CpPBITMBaHMS, MAaToJoruueckas yObUlb Macchl Tena. [lo HMaHHBIM HEOHATaJILHOTO
CKpUHMHTA BBISIBJICHO TIOJIO3PCHHE Ha HaJW4YUE TajaKTO3eMUU, B CBSI3M C 4YEM
pebeHOK HampaBieH aJisl AayibHeiero oocneaoBanus B craunoHap. CocrosiHue npu
NOCTYIUICHUH TSKENOE, 38 CYET MHTOKCUKAIIMH, TATOJIOTUYECKON YOBLITM MaccChl Tena
(-15% ot wmaccel Tema mpu poxnaenun), skearyxu (Il cr mo Kpawmepy),
NPUCYTCTBOBAJla  HEBPOJIOTMYECKAass  CUMMTOMATHKA:  BSJIOCTb,  TUIOTOHUA,
runopeduiekcusi, IUIaBalOIIMEe  JBIDKCHUS  ria3HbIXx 070k, [lo  maHHBIM
71a60paTOPHOTO MCCIEIOBAHUS @ OMOXUMHUYECKON renaTorpaMMme BBISIBIEH CHHIPOM
[IUTONIN3a, XOJecTa3a, TUNepOMIMpyOMHEMHS,B TOM YHCJIE TOBBIIICHHE (DpaKiuu
KOHBIOTUPOBAHHOTO OWJIMPYOUHA, TUIIONPOTEUHEMHMsI, BBIPAXKEHHAsI KOAryJomaTHsl.
VYpoBeHb ranakTo3bl B KPOBU MPH UCCIAEAOBAaHUM cocTaBisil 62,5 mr/min. Ha MoMeHT
MOCTYIUICHUSI B CTallMOHAp PEeOCHOK HaXOAWJICS Ha TPYIHOM BCKapmiiiBaHUH. B
OTHIEJICHUH TpYyJHOE BCKapMJIIMBaHHE OTMEHEHO, HAa3HAY€HAa CMECh Ha OCHOBE
MOJIHOTO THHpoym3aTa Oenka KopoBbero mosioka "Hyrtpumon Ilentu T'actpo", ¢
IIEJIbI0 BOCCTAHOBIICHUS BOJHO-3JIEKTPOJIMTHOTO OOMEHa, a TaK e MOJIep>KaHus
aJICKBaTHOTO YPOBHS TJIFOKO3bl KPOBHU, HazHaueHa MH(Y3HMOHHAsI TE€pamusi, C LEJbI0
YAaCTHYHOTO TMApPEHTEPAbHOTO TMUTAaHUS BBOAWIWCH OEJIKOBbIE  IIPEMapaThl,
npoBoAmiIach GoroTepanus. YUHTHIBasg PUCK Pa3BUTHsSI HEOHATAIBHOTO CETCHCa Y
7IeTeil ¢ momoOHBIM 3a0oiieBaHMEeM, ObUTa Ha3HAY€HA AHTUOMOTHUKOTEpAIus
(aMMUIUIMHATEHTAMUIIAH).

B mepBeie nHU B cTanuMoHape COCTOSHHE PEOEHKAa OCTABAJIOCh CTAOWUIIBHO
TsoKenbiM. OTMeuanach MoJ0KUTENbHAsI TUHAMUKA B OTHOILIEHHH HEBPOJIOTUYECKOU
CUMIITOMATHUKHU, JKEITYyXHU, BECOBasg KpHUBAs UMeJa IMOJOKUTEIbHbIA MpUpocT. B
OMOXMMHUYECKOM aHaJlu3€ KPOBH YPOBHHM TpaHCAMWHA3, MienoyHo (ocdarassl,
OmMpyOrHa HE3HAYUTEIHHO CHUKAIIMCH, HO HE IOCTUTAIN HOPMBI. 3aUKCHPOBAHBI
AMU30Abl THUMOTJIMKEMUHW, TUIOHATPHUEMHUHU, KOTOPHIE OBLIM CKOPPEKTUPOBAHBI.
YpoBeHb TaNakToO3bl B KPOBU CHU3HWICS J0 18 MI/mi, ogHako Bce elie MPEeBBIIIacT
HOpMYy. OJTHaKO B KJIIMHUKE TMOSBHIICS F€MOPPAruuecKuil CHHAPOM: KPOBOTOUHUBOCTh
M3 MECT BKOJIOB, CJI€/Ibl KPOBU Ha ra300TBOJIHOM TpyOKe, B OOILIEM aHaIW3€ MOYHU -
MHUKpPOTeMaTypusi, B OOLIEM aHaJIu3€ KPOBU - TPOMOOIUTONCHHUS, TPU UCCIICIOBAHUHI
MoKa3aTeJed reMocTa3a BbISBJICHbl 3HAUUTENIbHBbIC HAPYIICHUS CBEPTHIBAHUS IO
BHEIIIHEMY M BHYTpeHHEeMY MexaHu3MaM. C LeNbi0 KOPPEKIUHU TeMOocTa3a MpoBe/ieHa
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TpaHC(y3Usi CBEXKE3aMOPOXKEHHOM  Ila3Mbl M JABYX 103 Kpuonpeuunurtata. Ha
TPEThU CYTKH MpeObIBaHMS B CTAIMOHAPE U Jlaliee B TEUEHUE TPEX JHEU OTMEUaIUCh
NoABEMBI TeMIepaTypbl 10 cyodeOpunbHbix mudp (Makc.37,6), no gadbopaTopHbIM
JTAaHHBIM OOHAapYy>KUBaeTCsl HapacTaHue ypoBHsI C-peakTUBHOrO Oelika, B CBSI3U C UeM
MIPUHATO PEIICHUE CMEHbI aHTHOAKTEpUANIbHBIX MPENapaToB Ha TEpaluio pe3epBa
(BaHKOMUIIMH+CyNbTacuH). [lapasnmensHo B oOmeM aHanu3e KpPOBU HapacTaer
aHeMus, YpoBeHb remMorioOuHa cHuxaetcs a0 88mr/m.Ha ¢one npoBoaumoi
TEepanuyd OTMEUAeTCsl TOJIOKUTEIbHAS JUHAMUKA, KYMUPYIOTCS Te€MOpPparudecKuid,
WHTOKCUKAIIMOHHBIM CUHJIPOMBI, YMEHBIIAIOTCS MPOSBICHUS TUIEPOMINPYOUHEMHUH,
pebeHoK mnpubaBiIsieT B Bece, COXpaAHSAETCS YMEPEHHas HEeBPOJOruyeckas
CUMIITOMATHKA, JA00paTOPHO TAKKE OTMEUACTCS MOJIOXKUTEIbHAs TUHAMUKA.

Ha MoMeHT BeIMCKHM B BO3pacte 27 CYyTOK KM3HU HOpMaJu3allus rnokasaresnen
Ta00OpaTOPHBIX HCCJIENOBAHUN, M0 JaHHBIM OMOXMMHUYECKOM TenaTorpaMMBbl:
CHW)KEHHE ULMTONM3a, Xosectaza, C- peaktuBHoro Oenka. Hopmanuzanus
KOaryJIorpaMMbl, TIOKa3aTelell KpacHOM KPOBH, CHIDKCHHS YPOBHHU TajlaKTO3bl -
SMmr/mn.

[To pesynpraTam reHeTHdecKoro uccieaoBanus B oOpasue JIHK manuentku
BBISIBICHBI ~ MYJIBTUTE€HHBIE OCOOOCHHOCTH (EPMEHTOB B OOMEHE TaJIaKTO3BI:
naroyiorudueckue BapuaHThl ¢.563A>G(QL88R) u €.947G>A(W316X) B xommayHxa
reTEPO3UTOTHOM  COCTOSIHUHM, a Takke noaumopdusm  ¢.940A>G(N314D)s
TOMO3UTOTHOM COCTOSIHHH.

BuiBOaBI

CBoeBpeMEHHAsl TE€HETUYecKass [UarHOCTUKA W JUETHYecKas KOppEeKIus,
Ky[IHPOBaHHE WHTOKCUKALIMOHHOTO CHHIPOMA M KOPPEKLHS IeMOCTa3a MO3BOJIUIIU
JTOOUTHCS MONOKUTEITHHOU KIIMHUKO-TA00paTOPHON JUHAMHUKHU C XOPOIIUM UCXOJIOM.
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AnHoTanms. llensto paboThl ObUTA TIONBITKA OLIEHUTH BIUSHUE KOMIUIEKCHOTO
JI€YEHUsT  HAa HEKOTOpbIE I[I0KAa3aTeau OHHIAOTeHHOW WHTOKcukamuu (OU) npu
XpOHUYECKOM TMueloHeppure pasBuBIIEeMcs Ha (GoHE JIU3METa00IHMYeCKOM
Hedponatuu (JAMH) (AXII). ITarmentsr u Meroasl. [IpoBeaeno oocnenopanue 130
nereit, 6onbHBIX JIXII, B Bo3pacte ot 4 10 15 ner. bonbHbIe OBUIM pa3jencHbl HA 3
IPYIIbl B 3aBUCUMOCTH OT MeToja jedeHus. Pe3ynbraThl. CpaBHUTENbHAS OLEHKA
pE3yJAbTATOB MCCJIEAOBAaHUS HHIAOTCHHOM WHTOKCHKALIMK MPOBEAEHHBIX IOCIHE
nedenus, y aereit ¢ JIXII B 3aBuCMMOCTH OT crioco0a JiedeHus, moka3aja OOJIBIIYIO
3 PEKTUBHOCTh «IMOYCHHOTO THOOAXKa» IO CPaBHEHHIO C OCTAIBHBIMH METOJaMH
Tepanun. 3akiaodeHue. [IpuMeHeHrne KOMIUIEKCHOTO JICYCHHS «ITOYEUYHOTO TIOOaXKa)
npu JXII sBnsercss HauOonee MNpUEMIIEMBIM METOAOM TEpanuu. OTOT METO]
npuBoAUT K BoccTtaHoBieHUo OKA (oOmias koHueHTpauus anbOymunHa) u OKA
(@pdextuBHas  koHmeHTpanus anpOymmHa) B kpoBu, OKA wu CMII
(cpenHeMoJIeKyIIpHbIE MENTH/Ib) B MOYE.

Annotation. Theaim of this work was an attempt to evaluate the effect of
complex treatment on some endogenous intoxication indicators in chronic
pyelonephritis developed on the background of dismetabolic nephropathy (DMN)
(DCHP). Patents and methods. A survey of 130 children DCHP, aged 4 to 15 years.
Patients were divided into 3 groups depending on treatment method. Results.
Comparative assessment of the results of the study of endogenous intoxication
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