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AHHOTa M

Tanakrosemusi (IAJI) — rpymnma Hac/leCTBeHHBIX HapyLleHWi oOMeHa YI/IeBOJOB, XapaKTepHU3YIOIIUXCS CHIKEHUEM W
OTCYTCTBHEM aKTMBHOCTH OZHOTO U3 (DepMEHTOB, y4aCTBYIOLIUX B MeTabo/M3Me ranakTo3bl, MPUBOJSIINX K HAKOIUIEHUIO B
opraHu3Me H30bITKa TalakTo3bl M ee MeTabO/UTOB, OKAa3bIBAIOIIMX TOKCMYECKOe BO3ZIEHCTBHME Ha DPa3lWuHble OpraHbl U
CUCTeMBI, BK/IFOUasl NleueHb, LIeHTPaIbHYI0 HEPBHYIO CUCTEMY, XPYCTa/IMK I71a3a U Jp., UTO ONpeZe/seT KIMHUYeCKyl0 KapTUHY
3aboseBaHys ¥ (POPMUPOBAHNE OTCPOUEHHBIX OCIOKHEHUH.

TAJI T tuna (knaccuyeckasi hopma) siB/isieTcsl Harbosiee TsHKeIOM MaTo/ioruel, CO CTPEMUTENTBHBIM Pa3BUTHEM (B MEPBbIe
[THU — HeJle/IW )KU3HU OT Hauasia premMa MOJIOUHOU THIIM), Qy/IbMUHAHTHBIM TeueHueM, TpeOyroliell HeOT/IOXKHON KOPPEKIUH.

Heonaranenbiii ckpuanHr (HC) HOBOPOXKZEHHBIX O0eCreurBaeT PaHHIOW JMAarHOCTHKY TajlakKTO3eMHM U BO3MOXXHOCTb
CBOEBPEMEHHOTO Ha3HaueHWs CIIelMaJu3upOBaHHOrO JjieyebHOro mnuraHus (6e3/1akTo3HBIX (OPMYs), UTO TIPUBOAUT K
ObICTPOMY KYTTMPOBAaHHUIO OCHOBHBIX KJIMHUUECKUX CHMIITOMOB U MT03BOJISIET Y/IYULIUTE KaueCTBO KU3HU MalfeHTa.

[pescTaBneH KIMHAYECKWH CTydail paHHel TUarHOCTUKY ralakTo3eMUM Y HOBOPOXK/IeHHOT o py ripoBesieHru HC.

KiroueBble c/10Ba: rajakTo3eMus, HeOHaTa bHblil CKDUHUHI, HOBOPOJK/IeHHBIH, JUeTOTepanus.
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Abstract

Galactosemia (GAL) is a group of inherited disorders of carbohydrate metabolism characterized by a decrease or absence
of activity of one of the enzymes involved in the metabolism of galactose, leading to the accumulation of excess galactose and
its metabolites in the body, which has a toxic effect on various organs and systems, including the liver, central nervous system,
lens of the eye, etc., which determines the clinical picture of the disease and the formation of delayed complications.

GAL type I (classical form) is the most severe pathology, with rapid development (in the first days to weeks of life from
the beginning of milk intake), fulminant course, requiring urgent correction.

Neonatal screening (NS) of newborns provides early diagnosis of galactosemia and the possibility of timely prescription of
specialized therapeutic nutrition (lactose-free formulas), which leads to rapid relief of the main clinical symptoms and
improves life quality of the patient.

A clinical case of early diagnosis of galactosaemia in a newborn during NS is presented.

Keywords: galactosemia, neonatal screening, newborn, diet therapy.

BBepenue

Tanakrozemusi ([AJI) — rpymma HacjaeACTBEHHBIX HapylleHWH OOMeHa YIJIeBOJOB, IIPH KOTODOM B OpraHu3Me
HaKaruiMBaeTcsl M30BITOK rajlakTo3bl U ee MeTabOJIMTOB, OKa3bIBAlOIIMX TOKCHUECKOe BO3/eMCTBHe Ha pa3iWyHble OpPraHbl U
CHCTEeMbI, BKJIFOUasi TeueHb, I[eHTPaJbHYI0 HEPBHYIO CHCTEMY, XPYCTa/MK IJia3a M [Jp., UTO O0yCIOB/IMBAeT KIMHWYECKYIO
KapTuHy 3aboseBaHus v (opMHUpOBaHME OTCPOUEHHBIX ociaokHeHud [1], [2]. B eBpomeiickux crpaHax ['AJI BcTpeuaercs B
cpeaHeM 1 Ha 47000 cnyuaeB. ITo maHHBIM HeoHaranbHOro ckpuHuHra (HC) B Poccum yactorta I'AJI cocraBnsier 1: 20 000.
Tunn HacnemoBaHus Bcex (OpM rajakTo3eMHH — ayTOCOMHO-peliecCMBHBIA [3]. B coBpemeHHON Kinaccupukanyyd B
3aBICHUMOCTH OT JieeKTa OFHOTO M3 3-X OCHOBHBIX (JEPMEHTOB, YUYAaCTBYIOIUX B OOMeHe rajakTo3bl, BBIJESIOT TP THIA
TAJI: ramaktozemusi 1 Tuma (knaccuueckuil), oOycioB/ieHHas — JeuUuTOM  (epMeHTa TranakTo30-1-gocdar-
ypuauiTpaHcdepasbl W Ha/JMudeM TOMO3WTOTHBIX WM KOMIIAyH/-TeTepo3uroTHbix Mytauuit B reHe GALT (G/G);
rajgakro3emus Il Tuma BciiecTBHME HEJOCTaTOYHOCTH TalaKTOKWHA3bl; rasakro3emus III tuma (geduumr ypuamnHaudocdar-
rajaakTo30-4-3nvmepassl) [4].

TAJT I Tuna sBnsercss Haubomee TsDKeMON IIaToO/IOTMeH, CO CTPeMMTeNbHBIM pas3BUTHeM, uTO Oe3ycioBHO TpebyeT
HeOT/I0’KHOM KOpPpeKLIMU U Ha3HaueHus! JUeToTepayy.

ITepBble nposiByieHHst 3a00/1eBaHHUs Y HOBOPOXKZEHHBIX JieTeld (UacThle CpPbIrMBaHUs, PBOTA, Auapesi, OTCYTCTBHe NPHUOaBKH
B Macce Tesa) /1e0OTUPYIOT B MepBble JHU — HeJe/IM )KU3HU Ha (hoHe mpuema MOJIOUHOW TIMIIM, COZEpIKalljeld JIaKTo3y U
rajaaKkTo3y.
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Ilpyu oOTCyTCTBMM paHHel [AWarHOCTHKM W TIAaTOTeHeTHUeckKoro JieueHHsi ObICTPO pa3BHBAeTCs JKelaTyxa, KOoTopas
CONPOBOXK/IAeTCsl pa3BUTHEM CHUMIITOMOB HMHTOKCHKAlLMM, OTMeYaeTCsl THUIOIVIMKeMUs, aHemus. [locTerneHHO HapacTaroT
reraroMerasnysy/rernaTocriieHoMeraays C HapylleHueM (PyHKLUM IedeHH, AUCHYHKIMS Mo4eK ([ovyeyHass HeZloCTaTOUHOCTB),
Topa)keHue LIeHTPaTbHOM HepBHOW CHUCTeMBI (BS/IOCTh, COHIMBOCTD, AUQQy3Has MbIllIeuHasi TUIIOTOHHUS, CHHIPOM YTHeTeHUs,
3a/lepyKKa ICUXOMOTOPHOro pa3Butus) [5].

3aboseBaHre OLICTPO TIPOTPECCHUPYET, HOCUT JKU3HEYTPOXKAIOIIMI XapaKTep U B OTCYTCTBUM JiedeHHs] MOXKET MPUBOAUTE K
JIETaILHOMY HCXOAYy OT OCTPOM TeUeHOYHOH HeJOCTaTOYHOCTH B TIEPBOM TIONYTOAWW JKW3HU MacCOBBIM HeoHaTabHbIN
CKPUHMHT HOBOPO’K€HHBIX HaripaBjieH Ha BBISBI€HWE WMEHHO 3TOW ()OPMBI rajakTO3eMWH, Ha [JOKIMHUUYECKOW CTaguu
3a0oseBanud [6], [7].

[JuarHoctuka ['AJI OCHOBbIBaeTCs Ha OIpefie/ieHUH TIOBBIIIEHHS YPOBHsS 0OIell rasakTto3bl B ChIBOPOTKE KPOBY,
CHIDKEHMs] aKTHUBHOCTH (pepMeHTa rasakro3o-1-docdar-ypugunrpancdepasbl B SPUTPOLUTAX, JAaHHBIX MOJIEKY/ISPHO-
reHeTnyeckoro uccnefiopanus. B pamkax HC c momoripio (iyopeclieHTHOIO MeToZia NPOBOAUTCS OTpefiesieHHe YPOBHS
TOTa/IbHOM T'aJIaKTO3bI B CYXOM MsATHe KPOBU. [Ipu MOBBIILIEHHOW KOHLIEHTPAL[UK 0011ie ranakto3sl (6osiee 7 Mr%) npoBOAUTCS
TIOBTOPHOE HccieoBanve (petect). ®ynpMuHanTHOe TedeHue IAJI 1 1 paHHee Havano (Ha TMepBOU Hefesie )KWU3HU) TpelyeT
TIPOBe/IeHHe TecTa B OYeHb CKaTble CPOKH [8].

ITonoxurenbHbie pe3yasrathl HC C/Ty’kaT OCHOBaHWEM [yisl Ha3HaueHUs peOeHKy 0e3/1aKTO3HOW CMEeCH W MPOBeAEHHS
TIOATBEPXKJAIOIIel MarHOCTHKN B (efepasbHOM Me/IUKO-TeHeTHYeCKOM IieHTpe. B 1enssx mosyuyeHusi MH(OPMAaTHBHBIX
pe3ynbTaTOB y IAlMEeHTOB, TI0JyYaBIIMX HH(PY3UOHHYIO Tepamuio U remorpaHcdysuu, [JHK u 5H3MMOAMAarHOCTUKY
peKOMeHZlyeTCsl IPOBOAUTE uepe3 1-1,5 mec. [9].

I'maBHOW 1ienbl0 JieyeHMs] TaKUX TMAallMeHTOB SIBJSIeTCS HasHaueHWe [ueToTepanuy, IpeArosararolieil MoKH3HeHHOe
WICK/IFOUeHre MPOJYKTOB U MeJUKaMeHTOB, UMeIOLUX B CBOEM COCTaBe rajakTo3y U JlakTo3y. CBOeBpeMeHHOe Ha3HaueHue B
nMUTaHuM 6e3/1aKTO3HBIX (OPMY/ Ha OCHOBe MH30/ATa COeBOrO Oeyika, THApO/M3aTa Ka3edHa MPUBOJUT K OBICTpOMY
KyTIMPOBAaHHUIO OCHOBHBIX KJIMHUYECKUX TPOSIB/IEHHH 1 TIO3BOJISIET Y/IyUIINTh KaueCTBO KU3HU rnaryenTa [10].

Lene wccnefoBaHus: TPOJEMOHCTPUDOBATh K/IMHWYECKWH C/ydyald paHHed [JMarHOCTHMKW TajakTO3eMHUU Y
HOBOPO)KJIEHHOTO TIPH IPOBeJeHNH HeOHATa/TbHOTO CKPUHKHTA

MeTopbl M IPUHIMIIBI HCC/IEJ0BAaHUA

B oTzeneHue 1aTosoruu HOBOPOXKieHHbIX U HefloHoIIeHHBIX AeTeld Ne2 I'BY3 ITOJKE um. H. ®. ®unarosa B Bo3pacte 27
[Hei nocTynuia nauueHTKa Beporurka XK. ¢ ykaimobaMu Ha: CpBITMBaHUS, TIEPUOJUUECKYIO PBOTY, XKE/ITYyXy KOKHBIX TIOKPOBOB,
BSJIOCTH, TIOTEPI0 B Bece, B3ZyTHe J>KUBOTA, YacThlii OOM/IbHBIM cTyn. HarpaBjieHa B CTalliOHap TeHETHKOM, B CBSI3U C
MOJIOKUTE/IBHBIM pe3y/IbTaTOM HeOHATa/JbHOrO CKPUHMHIA Ha rajakTo3eMuio (rajsakrtosa kposu 104,4 mr/pm). 3 anaMmHesa
W3BeCTHO: HacsieZCTBEeHHOCTh OTATOLIEHa aHTeHaTalbHOM rubenblo JBOMHM y 0abymikd, y TeTd pebeHKa riioxas
TePEHOCUMOCTb MOJIOKa. Bo3pact matepu — 20 jiet. /leBouka ot I 6epeMeHHOCTH, TIPOTeKaBIIlell Ha (OHe TOKCHUKO3a, YIPO3bl
nipepbiBaHus B 20 Heflenb, aHeMud 1 ct., recto3a, OPBU B 30 Hefenb. OT I cpouHbIX, onepatuBHbIX pojoB B 40 Henenb. BBIT 4
yaca. MHoroBoave. OueHka mo mkase Anrap 7/8 6amnoB. Bec — 3170,0, poct 49cm. C pox/eHHsI Ha CMeLIaHHOM
BCKapM/IUBaHUH, ZJIOKOPM MOJIOYHOM CMeChblO, OTMeYaluCh CPbITMBAHUS, MepUOANYeCKH pBOTa. BrimucaHa U3 popjoma Ha 7
cytku ¢ BecoM 2700,0 (medurnmr 14,8%). CocTosiHHe TPOTPECCUBHO YXY/IIAA0Ch 3a CUeT HapacTaroileil MHTOKCHUKAIMU U
ToTepH Beca.

IMpu noctyrienun: Ob1ee coctosiHue Tspkesnoe. deduiur Beca — 1250,0, 32%. ®B — 2500,0 B — 3710,0 OT — 34 cMm,
OI'p — 28 cM, Temneparypa — 36,4 °C.

KoykHble MOKpOBBI MKTEpUUHbIE C 3e/IeHOBAaThbIM KOJOPUTOM, Cyxue. [lepropasbHBIM 1jMaHO3, aKpolLaHo3. BelpakeHa
«MPaMOPHOCTb» KOXXU. BusiMble CM3UCThIe sipKye, cyxoBathle. [10JKO)KHO-KMPOBOM CJI0M UCTOHUEH. Pe3Ko CHMKeH Typrop
MSTKUX TKaHed. [osoBa okpyrioil dopmel. B3rsy He ¢uKcupyeT, 3paukyd paBHOW BeIUYMHBI, (DOTOpeakLUs cOXpaHeHa.
MBplileyHblil TOHYC U [IBUraTe/ibHasi akTUBHOCTh CHIKeHbl. Kpuk Tuxuii. Bosbimoi pogHuuok 1,5 x 1,5 cM, He HampsbkKeH.
Peduiekcbl  CyXOXXWU/IbHBIE: CHWKEHbL. Pediekcbl  (DM3MO/IOTMYECKUE: COCATe/bHbIM, XOOOTKOBBIW, JiaJ[OHHO-POTOBOM,
BBI3BIBAIOTCS. POOMHCOHA — rosioBa MpoBHcaeT. PediieKchl CrMHa/IbHBIE YrHETeHbl. B 3eBe KaTapasbHBIX IPOSIBJIEHUH HeT.
Hocoroe pgpixanue cBob6ogHoe. dopma TPyZHOM KI€TKM LWIMHApHUYecKas. [IpIXaHWe B JIETKUX YMEPeHHO ociabieHHoe,
XPUIIOB HeT. I'paHMI{bI cepAlia B Mpefesiax BO3pacTHOM HOpMbI. CepZieuHble TOHBI PUTMUAYHBIE, TIPUIVIYIIEHB], CHCTO/INYeCKIH
mwyM Ha Bepxyiuke. UYCC 136 B uH., UJI 56 B MuH. JKUBOT B3AYT, COCYAUCTasi CEThb MO MepeaHel OproliHoi creHke. [TeueHb
M/I0THas, +6 cM u3-1moj pebepHOM Ayru IO TPAaBOM MepeiHel aKCH/IISPHOW JIMHUM, 10 CPeAMHHON +8 CM, Kpai TUIOTHBIM.
Cenesenka o +1.5cm nipu nanbnauyu. CTyn HellepeBapeHHOM »XUKOHM Kaiuiield. JJuype3 CcHIKeH.

B OAK - Hapacratoijasi anemust (Hb-120-94r/n; RBC-3.7-3,2 x10A12/n), netikouuro3 (20,7-18,4 x10/9/n). B OAM -
netikorutypust (25-30), ya. Bec-1012, 6esnok-0,33. B 6MOXMMHUECKOM aHa/u3e KPOBU OTMeuasach TUMepOUIMpyOuHeMUsi C
npeo6siajjanyeM npssiMoli ¢pakipu (06umii ounupy6ux — 115,2; npsiMoit — 71,7 MKMOJIb//T), TIOBBIILIEHUE YPOBHS TPAaHCAMUHA3
AJIT - 78,5 En/n, ACT — 178,2 Ep/n, runormikemust (T/IFOK03a — 2,5 MMOJIB/JT).

Mo pesynsraram HC (peTect) BhisiBieHO Oosiee ueM 10-TH KpaTHOE TIOBBIIIEHWE YPOBHS rajakTo3bl KPOBU — 87,96 mr/aj
(pu HopMe <8 mr/an).

B komporpamme — >XUp HeWTp.+++, cu3b +, Mbuta+, Le — 12-13, HU3Koe cofepykaHye TPUICHHA B Kajie — 1:20

IMo panHbIM ¥Y3U opraHoB OpIOLIHOM MO/IOCTH: TIeueHb yBesnueHa, [13P ripaBo¥i fonu — 78 MM, yIIOTHEHa, COCY/JUCTBIN
PUCYHOK 00e/IHEH.

¥Y3U mnouek: gopma, pacriosioykeHre, KOHTYpHI 1odek B HopMe. Pa3meprl mouek yBenndeHsl D-0,46, S-0,40. ITaperxuma
OZIHOpO/IHA, BbIpa)KeHa JI0CTaToO4HO, AvddepeHiiipoBaHa. B M03roBoM c/ioe HeueTKre TMIEeP3XOreHHble 30HBI. 3aK/IoueHHe:
KOCBeHHbIe TIPU3HaK{ He()pyrTa.

PeHTreHomornyeckoe o0c/efioBaHe OPraHoB TPYAHOM KineTKr: OuaroBast iHeBMoHwMs1. BIIC?

3XO-KTI': OAII, remoArHaMHueCKy 3HaYUMbId. BToprunbli njeHTpanbHblid JMIIITI? TIpyu3Haku /1ero4HOM I'MIepTeH3UU
JIETKOY CTereHH.
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Mo pgauneiM HCI: guddepeHuypoBKa CHWKeHa, TaisaMychl W IIB3 0OIIMPHO Cpe[He-MHTEHCHBHO YIUIOTHEHBI,
anruonarvu, KT-Beiemku — CI3K o 3 Mm, critetenusi-6/0, TMKBOpOAWHAMUKA He HapylleHa. 3akmoueHue: IlepeGpasnbHas
uiemusi 2-3 CT. Ha poHe He3pesocTu. BYN?

KoncynbtrpoBan reHetvikoM ([anakTtosemusi?), HeBposiorom (LlepebpanbHasi uiemust), oTasbMooroM (AHTHOMATUS
CeTYaTKH).

OcHOBHBIe pe3y/IbTaThl

C mepBbIX [HEH TOCOUTANM3alMM B COCTaBe TMIPOBOJUMOM KOMILUIEKCHON (MH(Y3MOHHOW, aHTHOaKTepuaibHOM,
MOCUHAPOMHOM) Tepanuy peOeHOK ToJyyan CrelyaJu3upoBaHHOe JjeuebHOe MUTaHWe W30/ST COeBoro Oenka (cMech
«CuMmIaK M30MHJI») IPOOHO C TIOCTETNIEHHBIM yBemrueHreM obbema o 80-100,0 uepe3 3 yaca X 7 pa3/CyTKH, UTO TIPUBEJIO K
OBICTPOMY KYIMPOBAHUIO OCHOBHBIX KIMHUYECKUX CUMIITOMOB Y BOCCTAHOB/IEHUIO (DYHKLMH ITeUeHH .

OOb1jee cocrosiHue peOeHKa C TOJNOXKUTENbHOM [JUHAMUKOW: Y/NYULIWIWCH alleTHT, MBIIIeYHbIH TOHYC, ABUraresbHas
AKTMBHOCTb, OXOTHO COCET W3 POXKKA, ycBauBaeT muTaHue. IIpubaBka B Bece 3a 16 gHeli cocrtaBuia +700,0. Otmeuancs
perpecc KIMHUUEeCKUX MPOosiB/IeHnH (MCcue3HOBEHNe JKeTYIIIHOCTH KOXKU U C/IM3UCTBIX, COKPaTU/IMCh Pa3Mepkl IiedeHU [jo+4cMm,
cejie3eHKa He Ta/blIMPyeTCsl, YIyULIUIUCh TYProp MATKUX TKaHel, CTy/ OAHOPOJHBIN, pery/sipHbli 2-3 p/CyTKU, JO0CTaTOYHbIN
mrype3). Ha done seyeGHOTO MuTaHWsi ¥ NMPOBOAWMON Tepanuu B KOPOTKHe CPOKHU (B TeueHHWe 7 CyTOK) B aHa/aM3aX KpPOBU
OTMeYaioCh CHIWKeHUE 0b1ero 6ummpyouHa zo 26,3 MKMOJIB/JI, IPAMOTo 6uMMpy6rHa 0 6,9 MKMOJIb//, YPOBHSI TPaHCAMHUHA3
AJIT — po 24,3 Ep/n, ACT — po 64 En/n v ypoBH#A ranakTossl 1o 8,75 mr/aj.

B Bo3pacte 1,5 Mec. B yAOBJIETBOPUTESHHOM COCTOSIHUM peOeHOK ObL1 BbINMCAH C peKOMeHJAlWsIMU IIPOJOJDKUTh
JMeToTepanuio 0e3/aKkTO3HON CMechl0 Ha OCHOBe M30/I5ITa COeBOro 0eska, 6MOXMMUYeCKUH MOHUTOPUHT T0f, HabofeHneM
reHeTHKa ¥ TeJuaTpa 1o MecTy uTenbcTBa. Ha ambynaTopHOM 3Tarie Mpy IPOBeAEeHWH TOATBepIKAaroliell JUarHOCTUKU B
@®MTIHII . MockBa quarto3 I'anakrosemus (K/1acCUUeCKHUM THIT) y pebeHKa MOATBepXK/IeH.

3ak/roueHue

HeOHaTaHbHLIﬁ CKPI/IHI/IHF HOBOpO)K,L[eHHbIX O6ECHEIII/IBaeT paHHI-OI-O /marHochy Ta/IaKTO3eMUU U BO3MOX>XHOCTbH
CBOEBPEMEHHOI0 Ha3HAUeHWs CITeUan3upOBaHHOrO JieueOHOro mnuraHus (6e3/akTo3HbIX (opMys1), UTO CIOCOOCTByeT
CKopeﬁLueﬁ HOPpMaJ/IM3alli KJTMHUYEeCKUX U J'[ElGOpaTOpHI)IX HOKaBaTeﬂeﬁ, npeayrnpexaaeT pa3sBUTHE TAXKeIbIX OC]'[O)KHeHI/Iﬁ n
CYILIeCTBEHHO Y/TyyYlllaeT KaueCTBO KU3HU naLueHToB ¢ TAJT.
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