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TanakTo3eMust — HaCJIeICTBEHHOE 3200/IeBaHNe, XapaKTepU3yIoleecs: HapylleHHeM MeTa00u3Ma rajJakTo3bl. Y HOBOPOXKIEHHOTO
pedeHKa Ha ¢oHe BCKAPMIIMBAHMS IPYIHBIM MOJIOKOM HJIM AIANITHPOBAHHOI I€TCKO# MOJIOYHOIi CMEChI0 ObICTPO PA3BUBAIOTCS KJIH-
HUYECKHe CUMITOMbI §0J1e3HH, ACCOLMMPOBAHHbIE C HAKOIIEHHEM raJ1aKTO3bl U ee TOKCHYHBIX MeTA00IMTOB B OPraHu3Me.

JIns1 paHHeii TMarHOCTHKY raJIakKTO3eMHHU M NPOMUIAKTHKY YTPOKAIOLIMX KU3HH OCJI0XKHEHHI B HACTOSALIee BpeMsi IPOBOIUTCS HEO-
HaTanbHbIIi cKpuHUHT. OHAKO 3200.1eBaHie MOKET HMETh KPH30BO€ TeYeHHe CO CTPEMUTEIbHBIM PA3BUTHEM, YTO TPeOyeT MYJIbTH-
JMCLMILTMHAPHOTO MOIX0/1a B IMATHOCTUKE M BbIOOPe Tepanuu. Heo0xo1umMa HACTOPOKEHHOCTD Bpayeii B NePHO/| 0XKUIAHUS Pe3y.ib-
TATOB CKPMHHHTA, OCOOEHHO y HEJOHOLIEHHBIX JeTeil. B cTaThe mpeacTasiieHbl COBpeMeHHbIE IAHHbIE JIMTEPATYPbI H MPHBEIEHO
K/JIMHUYECKOe HA0I0IeHHe HeIOHOLIEHHOTO HOBOPOZK/IEHHOTO € TSXKeJIbIM TeYeHHeM KJIacCHuecKoil (hopMbI raJakTo3eMuH.
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Galactosemia is a hereditary disease characterized by impaired galactose metabolism. A newborn fed by breast milk or an adapted infant
formula quickly develop clinical manifestations of the disease associated with accumulation of galactose and its toxic metabolites in the body.
Neonatal screening is currently used for early diagnosis of galactosemia and prevention of life-threatening complications. However,
this disease may have a crisis course with rapid progression of the symptoms, thus requiring a multidisciplinary approach in the diag-
nosis and therapy, as well as doctors’ alertness while expecting for screening results in preterm babies. This article presents up-to-
date literature data and clinical observation of the preterm newborn with a severe course of the classical galactosemia.
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I YaJIaKTO3eMUSI — TEHETUYECKU O0YCJIOBJIEHHOE 3200-
U TajlakTUTojNa). Tum HacjenoBaHUsl 3a0oJieBaHUSI —

JICBAHUEC, CBA3AaHHOC C HAPYILICHUEM obMeHa YIJI€EBO-

JOB, IIPpYU KOTOPOM B OPraHM3ME HaKaIllJIMBACTCA N30bI-
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B ocHoBe ramakrozemum | tmma snexur aeduumuT
rajnakTo3o- 1-ocharypununrtpanchepassl  (TAJI-1-D-
YT®). BroT epMeHT MTPUHUMAET yJacTHe B TIpeBpalle-
HUU TaJIaKTO3bl B INIIOKO3y (puc. 1); ero nepuuut Bener
K (opMUPOBaHNIO XapaKTEPHOTO KJIMHUYECKOTO CHUM-
MITOMOKOMILIEKCA.

JedekTel Opyrmx (QepMEHTOB — TaJIAKTOKMHA3BI
U ypuauH-audocdar-ranakTo3o-4-snumepasbl — Jiexar
B ocHoBe rasiakrozeMu I u I11 TUIIOB COOTBETCTBEHHO (CM.
puc. 1). I1pu aT1x 3a060JeBaHUsIX, KaK U MIPU TaTaKTO3eMUH
I Tuna, moBbIIeH YypOBEHb rajakTo3bl B KPOBHU, OIHAKO
CIEKTP KJIMHUYECKUX MPOSIBJICHUI TTPUHLIMITUAIIBHO OTJIM-
yaercsd. EAMHCTBEHHBIM TIPU3HAKOM TajlaKTOKWMHA3HOM
HEJ0CTAaTOYHOCTU CIIY>KUT KaTapakTa, TOrja Kak Jpyrue
opraHbl U CUCTEMbI OpraHn3Ma He crpanarot [2]. besramak-
TO3HAsl IMeTa He BJIUSIET Ha JIEYeHUE U MCXOJ KaTapaKThl.
st anmmepa3Hoil HeIOCTaTOYHOCTHU XapaKTepHO OeccrM-
MTOMHOE TEYEeHUE, W €€ BbISBJICHUE, KaK IpaBWJIO, OCY-
LLECTBJISIETCS] IPU HEOHATAIbHOM CKpUHUHTE [ 3].

PacripocTpaHeHHOCTh TajlaKTO3eMUM 1O JIaHHBIM
MaccoBOro oO0cje0BaHUSI HOBOpPOXIEeHHbIX B Poccun
cocrasysgeT 1:20 TbIC., IpH 3TOM OOJBLIMHCTBO CJIydacB
oOycyioBjieHO MyTauusimu B reHe GALT [4]. B npyrux
cTpaHax Mupa 3abojieBaHMe BCTpedaeTcs ¢ yacToi ot 1:20
ThIC. 10 1:60 ThIC. HOBOPOXIEHHBIX, OJHAKO TTOITYJISII -

KJINMHUYECKUE CJ1YHAU

OHHBIE JaHHbIE MOTYT IIIMPOKO BapbMPOBAaTh B KOHKPET-
HBIX IpYIINax HaceJaeHwusI |3, 6].

Knaccuueckasi ramakrosdemusi I Tuma pasBuBaercs
y TMalUMEHTOB C «TsOKEAbIMM» MyTanusaMu TreHa GALT,
Takumu Kak penennst Q188R, K285N, A5,2 L195P u opy-
TMMU, HaXOISAIIMMUCS B TOMO3MTOTHOM WJIM KOMIIa-
VHI-T€TEPO3UTOTHOM COCTOSTHUSX. [Tpr 5TOM aKTMBHOCTD
depmenta TAJI-1-O-YTD B sputpouurtax M IeYeHU
y romo3urot cocrtaiisgeT oT 0 10 1% ot HopMbI [7]. Beine-
JISIIOT Takxke BapuaHT JlyapTte, mpu KOTOpoM HabJona-
eTCs HeBBIpaXKEHHOE CHIDKEHUE aKTUBHOCTH (PepMeHTa
B aputpouuTax 10 25—50% oT HOpMBI, UTO, KaK MPABUJIO,
HE MMeeT KJIMHUYECKOTO 3HAYeHUs U He TpeOyeT Jieye-
Hust. DeHomeH JlyapTe MOXKHO CUMTATH OMOXUMUYECKUM,
HO HE KJIMHUYECKUM BapMaHTOM TaJlaKTo3eMuH [8]. DToT
BapMaHT PAacHpOCTPaHEH C YacToToi okoyio 12% cpenu
HaceJIeHUSI B LIEJIOM.

B ocHoBe maTtoreHesa rajakTO3eMUU BBIAEISIOT JBa
OCHOBHBIX MexaHu3Ma. [1epBbIii U3 HUX CBsI3aH C YMEHb-
IIEHWEeM CUHTEe3a BBICOKOIHEPIeTUYECKUX COCTMHEHUIA
(amenosuHTpudochara, ryaHosuHtpudocdara, HUTU-
nuHTpudocdara), a Takke yrHeTeHueM (DepMEHTOB TJTI0-
KOHeoreHe3a M 00pa3oBaHUS TJIIOKO3bl U3 TJIIMKOIeHa,
YTO TIPUBOAMT K TSKEJIBIM METaO0OIMYeCKMM Hapylle-
HUSM B KJIETKaX pa3IMIHBIX opraHos [9, 10].
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Puc. 1. MeTabd0JM3M raJaKTo3bl NPH CHUZKEHNH AKTHBHOCTH rajiakTo30- 1-docharypumunrpancde-
passi (TAJI-1-®-YT®), ranakrokunassl (FAJIK) u ranakrosamamepassl (FAJID).

YAD — ypumunaudocdar.

Fig. 1. Galactose metabolism with a decrease in the activity of galactose-1-phosphaturidyl transfer-

ase, galactokinase and galactoepimerase.
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Hurxumuna U.B. u coasem. Tsoxenas dhopma ranakrosemuu | Tvma y HeIOHOIEHHOTO pebeHKa: TPYAHOCTH Tu(depeHIMaNbHOM THATHOCTUKI

Bropoii nmoBpexnaromuii (hakTop — CUHTE3 TOKCUY-
HBIX COCAMHEHWM, TaKMX KaK TaJaKTUTOJ, raJlaKTOHAT
U TajakTOHOJIAKTOH. [ajmakTuTon oOjamaer crnocoOHO-
CTBIO MPOHMKATH B XPYCTAJIMK IJla3a, MPUBOAS K TTOBbI-
IIEHWIO OCMOTUYECKOTO JaBJICHMS, BJIEKTPOJUTHBIM
HapylIeHWsM, JAeHaTypaluu 0eiaka ¢ (hopMUpOBaHUEM
karapakThi [11]. KpoMe Toro, mocreneHHo Hapacraroiiasi
KOHILIEHTpALIMs TaJJaKTUTOJIa B CBIBOPOTKE KPOBM B TeUe-
HUE JUIUTEJIHLHOTO BPEMEHU MOXET MPUBOIUTH K 00Opa-
30BaHUIO MIFOKO3bl M CIIOCOOCTBOBATh Pa3BUTHUIO caxap-
Horo auabera. Jlpyrue MeTaOOJIUTBhI, CUHTE3UpPyEMbIC
U3 TanakTo30-1-docdara, oKa3bIBAOT HEMOCPEICTBEH-
HOE remaTo-, Helipo- M He(ppPOTOKCUYECKOE ACHCTBUE,
a TaK>Ke BBI3BIBAIOT F€MOJIN3 SPUTPOLIUTOB.

OCHOBHBIMM OpraHaAMU-MUIICHSIMU TIPU TaJaKTO-
3emum cayxar nedeHb, IIHC, nmouku, rimaza m opraHbl
PENPONYKTUBHOM CHUCTEMbI, B KOTOPBIX 3aIlyCKaeTcsI
KacKaJl IMaToJIOTMYeCKUX peakuuii. [lepBble KIMHUYE-
CKHUe TpOSIBJICHUST 3a00JeBaHUS — CPBITUBAHUS, aWa-
pest, Tutoxast TMpubOaBKa MAacChl Tejla, TUIOTIMKEMMUS
U Apyrue oOlye CUMITOMBI, MPUHUMAIOIINE CTONKUIA
XapakTep M TIOSIBJISIFOIIMECS CIYCTSI HECKOJIbKO 4YacoB
WM THEH Tocjie Havyajla KOpMJIEHUsI peOeHKa MOJIOKOM
WIM MOJIOYHON CMeChIo, coiepkaieil ramakrosy [12].
XapakTepHbl TakKe JXKeJNTyXa, CMeIlaHHas TUIIepOnII-
pyOuHeMHMsI, yBeJWYEHUE pa3MepoB IeYeHU, TEMHOe
OKpallluBaHWE MOYM W TEePUOANYECKU BO3HUKAIOIIWIA
AXOJIMYHBIN CTYJI, MOSIBJICHNE OMOXMMUYECKNX MapKepOB
XoJjiecTtasa, CMHIpOMa ILIMTOJIM3a U Pa3BUTHUE IEYEHOY-
HO-KJIETOYHOI HEIOCTaTOYHOCTU. B OOJbLIMHCTBE Cily-
yaeB HapylleHUE OOIIEro COCTOSIHUSI OOJIbHOTO peOeHKa
U CTOMKAasl TUITOTJIMKEMMST TIPEIIIECTBYIOT TOSIBICHUIO
KJIMHUYECKOTO CHMIITOMOKOMILIEKCA, BKJIIOYAIOIIETO
nopaxeHue neyeHu, LIHC, opraHoB 3peHNsT 1 MOYEBBI-
NeJMTeIbHOM cucteMsbl [13].

B meyeHm ramakroza M ee MeTabOJIUTHI HaKarlv-
BalOTCS B TeraroluTax, MoBpexaash UX, YTO TMPUBOIUT
K pa3BUTHUIO TEYEHOUYHO-KJIETOYHOU HEIO0CTaTOUHOCTH.
B nepByto ouepenb oTmevaeTcsi CHUXeHUE (DaKTOPOB
cepreiBanust kposu — 1, 11, V, VII, VIII, IX, X, XI, XII,
pe3yJabTaTOM 4eTro MOTYT OBbITh KOXHBIN remMopparmye-
CKuii cuHApPOM, reMapTpo3bl [14]. CteneHb OIMaCHOCTHU
BO3HMKHOBEHMSI KPOBOTEYEHMI BO3pacTaeT IO Mepe
CHIDKEHUST aOCOJIOTHBIX 3HAYeHMi (haKTOPOB CBEPTHI-
BaHUsI: MHOTOKPATHO TIOBBIIIAETCS PUCK KPOBOTECUECHUIA
U3 XKEJTYTOYHO-KUIIEYHOTO TPaKTa, BHYTPMIKETYIO0UYKO-
BBIX M MapeHXMMAaTO3HBIX KPOBOMBIUSIHMI. B pe3yib-
TaTe HapylleHWs] CUHTe3a aJlbOyMuHa (HOopMUpYeTCs
acuMT. XapakTepHO TaKXe CHIDKEHHE IPYTMX MapKepoB,
XapaKTepU3YIOIIUX CUHTETUIECKYIO (DYHKIIMIO TEeYeHM:
¢ubpuHOreHa, XOJIMHACTEPa3bl, XOJeCTEpPUHA U JIPYTUX
nokaszareseit. CHUXKaeTcss CKOPOCTb YTWIM3ALUM TOK-
CUYHBIX BEIIECTB, B TOM YHMCJIe IeTOKCUKALIMM aMMHaKa,
YTO COMPOBOXIAETCS TUTIEPAMMOHUEMHUEH.

lTanakro3za u ee MeTabOJUTHI JIETKO ITPOHMKAIOT
yepe3 reMarosHuedanTuyeckuii 0apbep M HaKarluBa-
I0TCS B BEIIECTBE TOJOBHOTO MO3Ta, BBI3bIBasl Pa3BUTHE

OTeKa MO3ra, BHYTPUYEPEITHOU TMITepTeH3UM, 0Opa3oBa-
HUE 30H MEePUBEHTPUKYJISAPHOM JIEHKOMAISIIUM U aTpO-
GuyecKX M3MEHEHWI B MO3XeYKe M KOpe TOJOBHOTO
mosra. Ilpy MOJHUEHOCHOM TeUYeHUM 3aboJieBaHUE,
KakK TIpaBWJIO, OCJIOXKHSIETCS TIe€YEHOYHOU »sHuedano-
natueit [15]. KiimHuyeckue mposiBlieHUs] TIpU TajlaKTo-
3¢MUM MOTYT BKJIIOYAThb CHHAPOM YTHETEHMS (DYHKIIWIA
LIHC, nosbllieHHMEe BO30YyIMMOCTH, TPEMOpP, MEHUHTIe-
aJbHbIe cUMIITOMBI [16]. HakoruteHue rajakTo3bl U ee
MeTabOoJUTOB BBI3BIBAET ITUTOTOKCUYECKUI 3(hEeKT
B KJETKax KJIyOOYKOBOTO M TYOYJISIDHOTO 3IUTENIUS
MOYeK, KOTOPBIN yCyryoJiseTcss CUCTEMHBIM aHOMAJIbHBIM
raJIaKTO3UJIMPOBAaHWEM MHOTOUMCIEHHBIX KJIETOYHBIX
[JIMKOTMIPOTEMHOB. DTO MPUBOIUT K HAPYLICHUIO (DYHK-
UM TTOYEK: HapyLIaIOTCS MpolecChl (prIbTpalinu, pead-
copOLMK, pa3BUBaETCsS TPOTEMHYPUs U rematypus [17].

Becbma Tpo3HBIM  OCJIOXHEHMEM  TaJlaKTO3eMUU
I Tuma MoOXeT cTaTh CEICHC, YacTOTa Pa3BUTHS KOTO-
poro y manueHToB coctaisieT ot 10 mo 50%. Haubosnee
YyacTbIM BO30yIMUTENIEeM CENTUYEeCKOro Ipoliecca CiayxkaT
Escherichia coli, onHako B poJiM <«IIPUYUHHBIX» MOTYT
BBICTYTIATh W Jpyrue MukpoopraHusmsel (Klebsiella spp.,
Enterobacter spp., Staphylococcus spp.). [laHHOe OCIO0X-
HEHME CBSI3BIBAIOT C IBYyMs hakTopaMu: 1) rajakrosa
CIIYXKUT TIMTATEbHOW CpENoW Uil pOCTa MaTOTeHHOM
¢ropsl; 2) B xome 3abosieBaHUS TPOUCXOIUT MHTUOU-
pOBaHME rajakTo30i OaKTepUIIMAHONW M (harouuTapHOM
AKTUBHOCTHU MOJTUMOPGHHOSIIEPHBIX JIEHKOIIUTOB KHUIIIeU -
HOIi CTEHKU BCJIEICTBUE HAPYIIEHUs KIETOYHOTO BHICBO-
0OXIeHMS CyIIepOKCUI-MOoHOB [18—20].

V mainueHTOB ¢ rajakrosemueit B 38—66% ciyuaes
dopmupyercst Katapakra [19], Bo3HUKaOIIast B pe3yib-
Tare HedEepMEHTAaTUBHOIO MIMKO3WIMPOBAHUS Oejka
KPUCTAJIJIMHA, BXOASIIETO B COCTaB KOPTUKAIBHBIX BOJIO-
KOH XpycTajiuka. DTO BeJeT K HapylIeHWI0 OCMOTHYE-
CKOTO JaBJICHUS BHYTPU XpYCTaJIMKa U TPOSBISIETCS €T0
ruaponuyeckoi nereHepauueit. Katapakra rpu rajakTo-
3eMMU UMeeT (POPMY «MaCJISTHOTO TisiTHa» [21], uTo siBJIsI-
€TCST OTJINYUTEIbHBIM TTPU3HAKOM.

OpUEHTUPOBOYHBIM  TECTOM TP  TOAO3PEHUU
Ha TaJIaAKTO3eMMUIO CITY>KUT MTOBBIIIIEHUE YPOBHS TaJIaKTO3bI
B CBIBOPOTKE KPOBU M PeAyLIMPYIOLINX BEIECTB B MOYE.
JlnarHocTMKa OCHOBBIBACTCSI Ha OMPEACIEHUNM HU3KOTO
ypoBHs pepmenTa [TAJI-1-O-YTO B KpoBM U pe3yibTaTax
TectupoBaHus reHa GALT. Tak Kak aKTUBHOCTh (pepMeHTa
OTIpENEISIIOT B 3pUTPOLIMTAX, HEelleJ1eCO00pa3HO BHITTOIHE-
HUE MCCeOBaHus B TeUEHUE KaK MUHUMYM | Mec 1ociie
repeMBaHusl 3pUTPOLIMTAPHOM Macchl [22].

OCHOBHOW MaTOTEHETUYECKUIA METO/1 JICUCHUsI rajiak-
TO3EMHUM — JIMETA C TOJHBIM MCKJIIOUYEHUEM TrajaakTo3bl
u naxkto3bl. M3 panmoHa manyeHTa WMCKIIOYAIOT BCe
BUIBI MOJIOKA, MOJIOYHBIE TTPOIYKTHI, a TAKKE TMTPOITYKTHI,
B KOTOpbIE OHO MOXeT n00aBisiThes. McKittouaroTcs po-
IYKTbl PacCTUTEJIbHOTO TIPOMCXOXACHUS, COAepxKallne
TaJIaKTO3UABI U TTPOAYKTBI JKUBOTHOTO TTPOMCXOKIACHUSI,
cojiepxKalliue HYKJIEONMpPOTeUHbI, TaK KaK OHU MOTYT
CIYXWUTh TMOTEHIIMAJIbHBIMU MCTOYHUKAMM TaJIaKTO3bI.
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11 KOpMJIEHMSI MCTIONB3YIOT —CIelUaTu3upOBaHHbIE
CMeCcH Ha OCHOBE M30JISITa COEBOTO OeJiKa, THIPOJIN3aTOB
KaseunHa [23].

CBoeBpeMEHHOE Hayajo AUETOTepariuyd TPUBOANT
K TIOJIJHOMY KJIMHUYECKOMY BBI3IOPOBIeHMI0. KOHTpOJIb
3a 9(h@EKTUBHOCTBIO JIeYeOHOTO TUTAHUST 1IEJIeCOO0-
Opa3HO MPOBOAUTH IyTEM TEPUOINIECKOTO OIMpeaesie-
HUSI YPOBHSI TaJlaKTO3bl B KPOBW. [IpyMMepHBIe CPOKHU
BBEJCHMS TIPUKOpMA y IETel C rajiakTo3eMUeil MmpaKTu-
YeCKM HEe OTJIMYAIOTCSI OT TAKOBBIX Y 3JI0POBBIX ICTEIA.
PexoMeHayeTcs exxeromaHast olieHKa MOJyYeHUsT KaabLns
U BUTaMrHa D myTteM usmepeHust ypoBHS 25-TUIPOKCH-
XoJeKanbludeposa B KpoBU. J1oTalust KaJblKs WU BATA-
MrHa D ITOJDKHBI TPOU3BOINUTHCS B COOTBETCTBUU C BO3-
pacTHbIMU TOTpeOHOCTSIMU  [23]. JleTsIM IIKOJIBHOTO
BO3pacTa PEeKOMEHIYyeTCs TIPOBeleHHE PEHTTeHACHCH-
TOMETpHUM cKeyleta | pa3 B 2 rofa C LEIbIO BBISIBICHUS
MPU3HAKOB oOcTeomnopo3a. Ha amOynaTopHO-TIONUKIIU-
HUYECKOM 3Tare 1eJecoo0pa3Ho peryiIsipHoe HabJIo-
JieHre pebeHKa y MeauaTpa, HeBpOIaToJiora, OKYJIUCTa,
reHeThKa, cuxoJiora, jiororneaa. Ha nepsom rogy xxu3Hu
HEOOXOIMMO OTpeieIeHNe YPOBHS TalaKTO3bl He pexe |
pasza B 3 Mec, 3aTeM — He pexe | pa3a B rog. DTOT IoKa-
3aTesib He JOJDKEH IMpeBBIIATh 4 MT/IJI, OMHAKO He3Ha-
YUTEJIBHOE €0 MOBBIIIEHUE B TEUEHUE MEePBBIX MECSIICB
SKU3HU CUUTAETCS JOIMYyCTUMBIM. EXXerogHo metsm clie-
JIyeT TIPOXOAUTH YIJIYOJIEHHYIO TUCTIAaHCEPU3AIIUIO B paM-
KaxX THEBHOTO CTAallMOHApa C OCYIIECTBJICHUEM KOHTPOJIS
(byHKUMM TieyeHU (OMOXMMUYECKUI aHalu3 KpOBHU,
VJIBTpa3ByKoBoe ucciienoBanue — Y3WM opraHoB Opromi-
HOI T0JIOCTH), ToKazaTesieir (ochOopHO-KaIbLIMEBOIO
obMeHa, OCMOTPOM O(TaIbMOJIOra; IMPY HEOOXOIMMOCTH
MPOBOIAT HOMOJHUTEIbHBIC HUCCIeA0BAHUS (KOMITBIO-
TepHas ToMorpadusi/MarHUTHO-pE30HaHCHAsT TOMOTpa-
(ust), peabuaUTallMOHHBIE MEPOTIPUSITUSI.

Kaxnprii pebeHOK ¢ rajakTo3eMueil HOKeH ObITh
KOHCYJIBTUPOBAH HEBPOJIOTOM JIJIST BBISIBJICHUST 3a€ PKKU
TICUXOMOTOPHOTO ¥ pPEYEeBOr0 pa3BUTHSI B BO3pacTe
7—12 mec, 2, 3 u 5 net. JleBoukam ¢ 12-neTHero Bo3pacra
pekomeHayetcss Y3W opraHoB Masioro Tasza OAuH pas
B TOJ UTSI OLICHKW COCTOSTHUSI TMYHUKOB M COOTBETCTBUS
X pPa3MEpoOB BO3pacTHBIM HopMmaMm. [Ipu BbIABICHUU
MepBUYHON aMeHOper HeOOXOAMMO HaOIIofeHUEe THHE-
KOJIOTa M 3HIOKPUHOJIOTA C LIEIbI0 PEIIeHUs BOIpoca
0 Ha3HAYeHUHU 3aMECTUTEJIbHOM TOPMOHAIBLHOM Teparuu
¢ 15-neTHero Bo3pacra [24].

B cootBercTBUM ¢ TpHMKazoM MWUH3IpaBCOLpa3BU-
st PO ot 22.03.2006 Ne185 HeoHaTaIbHBIM CKPUHUHT
Ha rajakTo3eMuio ObuT BBeieH B Mockse B 2006 T. (11 B
JajbHelIeM BHEAPEH B MPaKTUKY Io Beeit Poccun) [25].
Pemrenune Bompoca o pa3paboTKe paHHETO MacCOBOTO
CKpUHMHTAa Ha 3TO 3abojieBaHUE Y HOBOPOXKIECHHBIX
OCTPO CTOSLIIO Tiepe] METUITMHCKUM COOOIIECTBOM BBULY
TOTO, 4YTO 3alepXKKa JUATHOCTUKUA M HECBOEBPEMEHHBIM
CTapT Teparnuu MPUBOAWIIM JIUOO K JIETATLHOMY MCXO.MY,
JIN60 K HEOOPATUMBIM TTOCJIEACTBUSIM JIJIST POCTa U pa3BH-
THS peOeHKa.

KJINMHUYECKUE CJ1YHAU

Bs3arue oOpasma KpoBu 11 ucclieqoBaHus (KaImui-
JIIpHAsi KPOBb M3 TSATKM HOBOPOXIEHHOTO Ha TECT-
071aHK) TIPOM3BOAMTCS 4Yepe3 3 4 Tociae KOPMJICHMS
Ha 4-e CYyTKU XXU3HU JTOHOIIECHHBIM 1 Ha 7-€ CYTKU HEeJlO-
HOILIEHHBIM JeTAM. TecT-0JIaHK BBICYIIMBAIOT B TEUCHUE
2 4 U B CIICLMAJIbHOI YITAKOBKE B COOTBETCTBUU C TEM-
MepaTypHbIM PEXMUMOM OTIIPABJISIIOT B CKPUHUHTOBYIO
JIabopaTopuio. YpOBeHb TalaKTO3bl OMNpPEIesioT (ury-
opoMeTpuiyecknuM MeTomoM. CpoKM BBITTOJTHEHMSI aHa-
JIU3a COCTaBJISIIOT, Kak mpaBuiio, 48 4. Eciu pebeHok
OB BBIMTMCAH U3 POAMJIBHOTO IoMa paHee 4 CyT KU3HU,
KpPOBb OepyT Ha JAOMY WU B IOJUKIMHUKE IO MECTY
JKUATETbCTBA.

OmHako, HECMOTPS Ha OBICTPOE TTOTyYeHHE Pe3yTbTa-
TOB HEOHATAJIbHOTO CKPUHMHTA, TeUEHUE TaJaKTO3eMUM
MOXET MMETh paHHIOI MaHU(eCTAlnIo WM IIpuoodpe-
TaTh 3JI0KAUEeCTBEHHBIN XapaKTep; KPOMe TOT0, Y HEIOHO-
IIEHHBIX HOBOPOXKIECHHBIX KIMHUYECKAsK CUMIITOMATHKA
Ha HavyaJbHOM 3Tane Bechbma HecneuuduyHa. CienoBa-
TEJIbHO, B YaCTH KJIMHUYECKUX CIyYaeB CBOEBpPEMEHHast
JIMarHOCTHKA 3a00JIeBaHUS MOXET MPEACTABISITh 3HAUM-
TeJbHbIE TPYAHOCTH [26].

Knunnyecknii ciywail. HenoHouieHHbINE MajibuvK
POIVIICS Y XKEHIIWHBI 38 JIeT, UMEIOIIeil OTSITOIICHHBII
COMATUYECKHNI (XpOHUYECKUI TACTPUT, PETUKYJISIPHBINA
BapUKO3, MYJIBTUTEHHAs1 TpPOMOOMUINS HU3KOTO pUCKa)
U aKyIIepPCKO-TUHEKOJIOTMYEeCKUIT aHaMHe3 (KOoaryJIsTIusT
04YaroB 3HAOMETPUO3a, MMOMa MAaTKMU MaJbIX pa3MepoB,
JeMIyaTbHbIA TIOJIUIT; BTOPUYHOE OECIIONUeE B TeUeHUE
2 net). JlaHHasi GepeMeHHOCTb BTOpasi, repBasi 3aKOH-
YUJach TMPEXAEBPEMEHHBIMU OINEPAaTUBHBIMU POIAMU
Ha 33-i1 Hexene recraliMd — AWXOpUaJbHAs TUAMHUO-
TUYECKasl ITBOWHSI B pe3yJbTaTe 3KCTPaKOPHOpasbHOTO
OIJIONOTBOPEHUSI, IETU B HACTOSIIIMIT MOMEHT 3J0POBHI.
JlaHHasg OepeMEHHOCTh HACTYIWJIa CaMOITPOM3BOJBLHO
U TIpOTeKaja OCJIOXHEHHO Ha BceM mpoTskeHuu. B 1
u Il TpumecTpe GepeMeHHOCTH XKEeHIIMHA JBaXKIbl HAX0-
JIWJACh Ha CTAlIMOHAPHOM JICUEHUU IO TOBOAY YIPO3bI
npepbiBaHus. [Toayvana reMocTaTUIECKYIO, TOPMOHAIb-
HYIO, MarHe3UaJIbHYIO TEPAITHIO.

Ponpr mpexneBpeMeHHble Ha 33-ii Heaene recra-
uuu. PebeHok pomwmiics mMaccoit tena 2270 1, JIMHOM
43 cm. OueHka no mkajie Anrap cocraBuia 7/8 6ajios.
B pomwibHOM 6JI0Ke TIpOBedcHHE peaHWMAaIlMOHHBIX
MEpOTPUSITUI He TTOTPeOOBAIOCH.

TsxecTb cocTosiHUS peOeHKa Mocjie POXIACHUS Oblia
00yCJIOBJIeHa pa3BUTHEM JbIXaTeJbHBIX HapyLICHUIA
U HETOHOIIIEHHOCTBIO, B CBS3U C UeM peOeHOK ObLIT TOCTIN -
TaJM3UPOBaH B OTIEJIEHWE peaHUMAallMd U WHTEHCUBHOM
tepariuu (OPUTH), rae npoBomuiach pecrnimpaTropHast
Tepanusl B pexXuMe MOCTOSTHHOTO TIOJIOKUTETLHOTO J1aB-
seHue B AbixatenbHbiXx myTssx (NCPAP — nasal conti-
nuous positive airway pressure) B TeueHue 10 4. Bckapm-
JIMBaHUE HAYaTo ¢ 6-To yaca XW3HU HATUBHBIM MOJIOKOM
B COUETAHUU C MOJIOYHOM CMECBHIO JIJIS HEJIOHOIIEHHBIX
«[IpeHaH» ¢ TIOCTENEHHBIM PACIIUPEHUEM O ITOJHOTO
oowema (160 mi/Kr/cyT) K 5-M cyTkam ku3Hu. CHUMMTO-
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MOB HEeMIepeHOCUMOCTH 3HTePaJIbHOM HArpy3KH BBISIBJICHO
He Obuto. [lpoBeneHME YACTUYHOTO TAPEHTEPATBbHOTO
MMUTaHKS TTOTPEOOBAIOCH TOJIBKO B MEPBbIe CYTKU JKU3HMU.
ITo pesynbrataM TMEpBUYHOTO KIMHUKO-JIAOOPaTOPHOTO
00cIeI0BaHUST TaHHBIX, TOATBEPXKIAIONINX WH(MEKIIN-
OHHYIO T1aTOJIOTUIO, TTOJy4YeHOo He Obuto. [lmaHoBoe Guo-
XUMHUYECKOEe MCCIeIOBaHNE KPOBU Ha 3-U CYTKU KU3HHU
(ompeneneHne ypoBHsI OMIMPYOWHA, TIIIOKO3bI, 3JIEKTPO-
JINTOB) HE BBISIBUJIO OTKJIOHEHUIA OT BO3PACTHOM HOPMBI.
PebGenKy ObLT BbICTABIEH IUArHO3: TPAH3UTOPHOE TaXMUII-
HO3 HoBopoxXxaeHHoro. HenoHomeHHocTs 33 Hen. OTme-
qaJics OHOKPATHBIN 3MM30/] HETJTyOOKOTO alTHO3 ¢ CaMo-
CTOSITEJTbHBIM OBICTPBIM BOCCTaHOBJIeHHWEM. C IIeNbIO
MPOGUIAKTUKY aITHOD B TEUEHUE 6 U IPOBOAMIIACH PECTIU-
paTtopHasi Teparnusi 4epe3 BbICOKOITOTOYHBbIC Ha3abHBIC
KaHIOJIN TTOTOKOM 4 JI/MUH 6e3 TOTIOJTHUTEILHON JOTalluy
kucnoposaa. [To nanubiM Y3U rosioBHOro Mmosra, BHyTpeH-
HMX OPraHoB, Cep/illa MAaTOJIOIMU HE BbISIBJIECHO.

B Bo3pacte 6 cyT JKU3HU, YUYUTHIBAST MOJOXUTETbHYIO
JNTUHAMUKY B KIMHUYECKOM COCTOSTHUM pebeHKa, perpecc
JIbIXaTeJbHBIX HapyIIeHUH, CTAOMIbHYI0 TeMOIMHAMUKY,
IUIST JallbHEMIIero JiedeHUs M BbIXaXWBaHMS PeOEHOK
OB TIepeBeIcH Ha BTOPOIl 3Tall BHIXaXKMBAaHUS B OTIE-
JICHWE TMaToJIOTMM HOBOpOXHeHHbIX. Ha 11-e cyTku
KM3HM ObLJIa OTMEYeHa OTpUIIaTeIbHash TUHAMUKA KITU-
HUYECKOTO COCTOSHUSI pebeHKa 3a CcYeT HapacTaHus
cuHapoma yrHereHuss LITHC, BO3HMKHOBEHMSI MeEJIEHBI,
MoBbIIEHUST TeMmnepaTypsl Teida g0 38°C. PebGeHok
obu1 mepeseneH B OPUTH. 3acroiiHoe comepxumoe
B XeJTy/IKe, CHIDKEHUE TTePUCTATBTUKI KUIIIEYHUKA OBLIO
OTMEUEHO Yepe3 HECKOJIbKO YacoB IIOCJe ITOSBICHUS
MeJieHbI. [Tpu 1abopaTOpHO-MHCTPYMEHTAIBHOM HCCTIe-
JIOBAaHWU BBISIBJICHO TeUeHHE HEKPOTU3MPYIOIIETo dHTe-
pokosinuTa craguu 2A. B moceBax otmensieMoro u3 3eBa
1 aHyca oTMmedaisicst poct Enterococcus faecalis 10°. Bak-
TEPUOJIOTMUECKOE UCCIeIOBAHNE KPOBH JIJIST OLICHKU CTe-
PUIIBLHOCTH pOCTa MUKPOMIIOPHI HE BBISIBUIIO.

Ipn ocmoTpe obOpaliaiyM BHUMaHUE MKTEPUIHOCTH
KOXHBIX TOKPOBOB, YMEPEHHOE yBEJIWYCHUE TIeUeHH.
B cBs3M ¢ KUIIEYHBIM KPOBOTEUEHHMEM M TIPU3HAKaMU
HEKPOTU3UPYIOIIETO SHTEPOKOJUTA HavyaTa 3HTepasib-
Hag Tay3a, aHTHOaKTepuaabHas Teparus ABYyMs Tpera-
pataMu (BaHKOMHUIIMH + 1edonepa3oH/cyibdaKkram),
aHTUTeMOpparnueckast Tepanus (TpaHchy3us cBexe3a-
MOPOXEHHOM TIJIa3Mbl, MEHAIWOH HATpUs OUCYTbOUT
1% 0,1 mr/kT, aTam3unat 40 mr/kr/cyt). AndepeHnamb-
HBII OTMarHO3 IIPOBOAMJICS C MO3IHEW (opMoii remMop-
parnyeckoit 6oJie3HW HOBOPOXKIEHHBIX, HEOHATAJTbHOM
ITHEBMOHME, TIO3THUM HEOHATAIBbHBIM CETICCOM.

B oTOT Xe neHb ObLIM TOJyYeHBbI pe3yJbTaThl HeOHa-
TaJIbHOTO CKPMHUHTA, KOTOPBIIA 3aPETUCTPUPOBAT ITOIBEM
YPOBHSI TaTaKTO3bI 10 123 Mr/mi (1pu HopMe 10 7 MT/m),
YTO MO3BOJIMIIO MPEATIOIOKUTH TAJIAKTO3EMHUIO.

I[To paHHBIM OMOXMMHYECKOTO aHajiu3a KpOBU
M TeMOCTa3MOTPaMMbl BBISIBJICHBI TIPU3HAKKM TICUEHOY-
HO-KJIETOYHOW HEIOCTATOYHOCTU: CHUKEHUE YPOBHSI
aTlbOyMMHa, XOJMHACcTepasbl, (UOpUHOTEeHa, MPOTPOM-

OMHOBOTO WHIEKCA, YMJIMHEHHWE MEXIyHapOaHOro
Hopmanu3oBaHHOro otHoumeHuss (MHO) u aktuBupo-
BaHHOTO YaCTUYHOTO TPOMOOIIACTUHOBOTO BpEMEHU
(AYTB), cHuxeHue ypoBHeil iporeuHa C 1 aHTUTPOM-
ouna Ill, moBblllIeHWe ypOBHS 11eJ0YHON hocarassl,
npsiMoit (ppakumu OunMpyouHa. B kimHUYecKoMm aHa-
JIN3e KPOBUM JAHHBIX B I0JIb3y BOCIAJMUTEIBHOTO IpPO-
1ecca noJjiydyeHo He Ob10. Ha peHTreHorpamme opraHos
rpyIHON KJIETKM 0e3 MaToJIOrMYecKrX U3MEeHeHu. YcTa-
HOBJICHO TMOBBIIIEHUE TTOKa3aTele MPOKaIbLIMTOHUHO-
BOro Tecrta, ypoBeHb C-peakTHUBHOrO Oejika ocTaBajCsl
B Mpeaeaax HOPMBI.

Ha 12-e cyTku XM3HM COCTOSIHME peOeHKa IPOIOJI-
KWJIO YXYIIIAThCSI, YYaCTUIMCh 3MU30/bl TUTIEPTEPMUM
mo 38 °C, mporpeccupoBall TeMOpparndecKuii CMHIPOM
(MaHU(EeCTUPOBAJIO XKEJIyI0UHOE KPOBOTEUEHUE, MO[I-
KOXHbIE KPOBOMBJIUSIHMS Ha Oepe U MollloHKe. Pa3Bu-
Jlach aHEeMUsI CMEILIAHHOTO XapaKTepa 3a CUeT reMojusa
BCJIEACTBUE TOKCUYECKOTO JEWCTBUS TajlaKTO3bl U €¢
MeTabOoJIMTOB B COYETAaHWM C IOCTreMOpparnyecKom
aHemueit. [losiBUIMCH CUMNITOMBI MOJIMOPTAHHON HEI0-
CTaTOYHOCTHU, B CBSI3U C Pa3BUTHEM JAbIXaTeJIbHON HEIO0-
CTaTOYHOCTU Ha (pOHE MpOrpeccUupymolleii reMuiecKomn
TUTIOKCHY PeOCHOK OBLT MepeBeleH Ha MCKYCCTBEHHYIO
BeHTWIsILMIO Jierkux (MBJI) ¢ nononHutenbHOl nogaueit
kucaopona, Fi0,=0,25. Pazsuiack aprepuaibHas rumno-
TOHUSI, YTO MOTPeOOBAIO0 Ha3HAYEHMUSI MACCUBHOM Kap-
MMOTOHUYECKOU Tepanuu. BeeacTBre ocTporo moBpex-
JIEHUsI TTIOYeK KPUTUYECKU CHU3WJICS TNYpeE3, TTOSIBUINUCH
MakporeMarypusi U TpU3HAKU OOILIEro OTEYHOIro CHH-
npoma. C 1e/bl0 KOppeKlMM aHeMuu Oblda HavaTa
TpaHc)y3ust SPUTPOLIMTAPHON MaCChl, OAHAKO B ITOJJHOM
o0beMe TIPOBECTHU €€ He YAaJIOCh U3-3a Pa3BUTUSI OCTPOTO
MOBPEXIEHUS MOUYEK.

B HeBposornueckoM cratyce Takxe OTMeuasaach
oTpuliaTesibHas AWHAMUKA: TIOSIBUJIMCH SIU30Abl BO3-
OyxneHusI, OOJie3HEHHAasl peakUMsi Ha OCMOTP, COMHHU-
TeJIbHbIE MEHUHTEaIbHbIC 3HAKM, C1a00MOJIOKUTETbHBII
CUMIITOM PUTHUIHOCTU 3aThUIOYHBIX MBIIIL — HEJb3sI
OBLIO UCKITIOYNTD pa3BUTHE MeHUHTUTA. [10 pesynbraTam
MOHUTOPMHTA (QYHKIIMI MO3Ta JaHHBIX B TOJIb3Y CyI0-
POXKHOTO CUHIpOMA TTOJIyYeHO He ObLIO.

B remocrasuorpaMme OTMeEUYaaoCh IPOrpeccupo-
BaHME TIPU3HAKOB CHUHApPOMAa JAUCCEMUHUPOBAHHOTO
BHyTpucocynuctoro ceptbiBanusi (JAIBC) — mporpec-
CUBHOE YyBeJWYeHue YpoBHSI D-auMepoB, HyJIeBbIe
ypoBHM akTMBHOCTU TipoTemHa C u aHTutpomOuHa I1I.
Ilpu odranbMoI0TUUECKOM HCCAEAOBAaHUM Yy peOeHKa
ObLTa BbISIBJIEHA KaTapakTa.

YuuteiBasi KpaliHIOK HECTaOMJIbHOCTb COCTOSIHUSI
MalyeHTa U XapakKTepHbIi CUMIITOMOKOMILIEKC TajlakTo-
3eMUM (HEKPOTUYECKUI 3HTEPOKOJIUT, MEUEHOYHO-KJIe-
TOYHasi HEIOCTAaTOYHOCTb, HapylIEHWE KaHaJIbLIEBOM
GYHKIIMM TOYeK, TeMOAMHAMUYECKUE pPacCTPOMCTBa,
yrHeteHue (hyHKIIMM HEPBHOM CUCTEMbI, TEMOJIMTUYECKAsI
aHeMusl, Karapakra), Ipyu KOTOpOW CUMMTOMBI MEHUH-
ru3ma MOTYT OBbITh TPOSIBJIECHUEM TOKCHUYECKON 3HIeda-
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JIOTIATUM, OT TIPOBENEHMS JIOMOATbHON MYHKIMU ObLIO
pelIeHo BO3IepXKaThCsl, OBUIM Ha3HA4YeHBl aHTHOAKTe-
puaibHbIE TIperapaThl, MPOHUKAIOIIME Yepe3 reMaTOdH-
nedanmyeckuii daprep (kapdareHeM + TJIMKOMENTHI).
C uenbio goTaiun (hpakTopoB CBEPThIBAHUSI KPOBU B Tepa-
MU0 ObUIM BKJTIOYEH KPUOTIPEUUIUTAT (COAEPXKUT (haKTOp
cepteiBaHust VIII u pubopuHoreH), Koppekuuio aehu-
LIUTa TPOTUBOCBEPTHIBAIOIINX (DAKTOPOB OBLIO pEIIEHO
MPOBOAUTH TperapaTtoM oktaruieke (comepxut I, VII,
IX, X dakropsl cBepTbIBa€MOCTH KpoBU, TpoTeuH C,
npotenH S) Ha ¢oHe TpaHCHY3UM CBeKe3aMOPOXKEHHOM
1a3mel (Takke conepXut nporenH C), Npu HeIoCTaTou-
HoM 3 dekTe 106aBuTh aHTUTPOoMOUH I11.

Ha 13-e cyrkm XxusHu y peOeHKa NpOIOJIKAIOCh
MPOrpeccupoBaHUe TeMOPpParnyeckoro CUHIpoOMa: yBe-
JIMYWIOCH KOJIMYECTBO M IUIOLIA[Ab KPOBOUBIUSHUMN
B KOXY, Ipu mpoBeaeHuu HeiipocoHorpapum (HCI)
00HapyXeHO JBYCTOPOHHEE BHYTPUXKEYT0YKOBOE KPO-
BousnusiHue | crenenu. [losiBUIMChH yyacTku Hapyiie-
HUSI MUKPOLIMPKYJISIIMA Ha BHYTPEHHE MOBEPXHOCTU
TOJICHOCTOITHOTO CyCTaBa, Ha MOIIOHKE W BHYTpPEHHEM
IMOBEPXHOCTH JIEBOTO TOJICHOCTOITHOTO cycTaBa (puc. 2).

B xnmHMYeckoM aHanau3e KpPOBU BbISIBJIEHA TPOMOO-
uuronenust (59-10°/n), Hayara TpaHCchy3Usl TPOMOOKOH-
LIEHTpaTa C TOJOXUTEJbHBIM KIMHUKO-1a00paTOPHbBIM
addekToM (ypoBeHb TpoMOOUUTOB 4epe3 48 4 cocra-
B 108-10°/11, BHYTPMXKEIYIOYKOBOE KPOBOMBIUSHUE
6e3 nporpeccupoBaHusi). KoHTpoJib reMocTa3znorpaMMbl
B auHamuke (puc. 3) TIoKaszaja MporpeccupoBaHue
JABC-cuHapoma (MpOrpecCMBHOE YBEJIMYEHUE YPOBHS
D-aumepoB Ha ¢oHe TeHAEHLUMU K TOBBIIICHUIO KOH-
LHeHTpaunu GUOpMHOTreHa M BOCCTAaHOBJICHUIO YPOBHEN
nporerHa C u antutpom6uHa III. C nenbio Koppekuuu
I1, VII, IX u X dakropoB cBepThIBaHUSI KPOBM, a TaKXkKe
nortauuu rporerH C 1 mpoTterHa S ObUT MOBTOPHO BBE-
JIeH OKTarLIeKC.

OnHOBPEMEHHO C TOCHMHAPOMHON Tepanuei ObLIo
MPOAOJIKEHO 00C/ieI0BaHMe TallMeHTa: BbISIBIEHA KpU-
TUYECKU HU3Kast akTUBHOCTHL (pepmeHTa TAJI-1-D-YTD
B KpoBu — MeHee 1% ot Hopmbl (0,23 en. Ha 1 T Hb).

KJINMHUYECKUE CJ1YHAU

AKTUBHOCTH (pepMeHTa y MaTepu HOBOPOXKIEHHOTO
Takxke ompeaesisyiach CHUXXKeHHOUW 10 31% oT HOpMBI
u cocTasisiia 2,76 en. Ha 1 r Hb. ITpu MosnekyasipHO-Te-
HETUYECKOM UCCJIEIOBAHUY Y TIalIMEHTA BbISIBJIEHA MyTa-
1us B reHe GALT B TOMO3UTOTHOM COCTOSIHMU. JIlnarHos
rajlakro3eMuu | TMIIa TOJTHOCTHIO MOATBEPXKIICH.

Ha 14-e cyrku xm3HU OblJla OTMEUEeHa TEHIECHIIMS
K CTabWJu3aluuy COCTOSIHUS pebeHKa, HOpMaiu30-
BaJIUChb TeMOJMHAMUYECKue IIoKa3aTelu, IpU KOH-
TposibHON HCI' BHYTpMXenyaouKoBOe KPOBOM3IUSIHUE
0e3 TIpU3HAKOB IPOrpecCUpOBaHMUsI, HOBBIX OYaroB
HapyleHUs] MUKPOLUMPKYJISILIUU BbISIBICHO HE ObLIO.
OnHaKoO COXpaHSJIOCh 3HAUYUTEJbHOE TIOBBIIICHUE
YPOBHSI TIPOKAJbIIUTOHUHA C MaKCUMaJIbHBIM I1Ob-
eMoM 10 5,14 ur/min. Ha 16-e cyTku XuU3HU Ha (poHe
MUKpOreMaTypuu IO JaHHBIM TeMOCTa3uOrpaMMbl
COXpaHsIMCh BbipaxkeHHbIe siBjieHUs1 JIBC-cuHapoma
(CHUXXeHME YPOBHSI (DUOPUHOTEeHA, TTOBBIIIIEHUE YPOBHS
D-numepoB g0 17 600 Hr/MJI, TpY BOCCTAHOBUBIIEMCS
ypoBHe miporenHa C u antutpomOuna III), pebeHky
ObL1a mpoBeneHa TpaHchy3usl TMSATOM J03bl CBEXesa-
MOPOXEHHON T1J1a3Mbl. B nmanbHeiIieM MposiBIeHUS
reMopparnieckoro CUHApoOMa Kyn1upOBaIUCh.

B Bo3pacte 17 CyT XM3HM COCTOSIHME 3HAYUTEJIbHO
yaydimimiaoch.  [emMopparmyeckuii  CMHApPOM  Hayas
perpeccupoBarh, C LEJIbI0 KOPPEKUMU MUKPOTPOM-
0OTHUYECKUX HapylIeHWH HayaTa Teparus TernapuHOM
Hatpus B go3e 240 en/Kr/cyT mom KOHTPOJIEeM aHTH-Xa
aKTMBHOCTU C TOCTEIEHHBIM IEPEeX0J0M Ha JieYeHUe
HU3KOMOJICKYJISIDHBIM TernmapuHoM (KJIeKCaH) W3 pac-
yeTa 2 MT/KT/CyT, KOTOPBIii peOeHOK MoJTydasl B TeYeHUE
16 mHeii. ApTepualibHOE IaBJIeHWE, CYTOUHBIN AUype3
U TeMmriepaTypa Teja HopMmaauioBaiuch. [lo maHHBIM
JOTIIJIEPOMETPUN, BOCCTAHOBUJICS KPOBOTOK B COCYyIax
roJIOBHOTO Mo3ra. TeM He MeHee Ha (hOHE TTOJIOKUTEb-
HOM KJIMHUYECKON AMHAMUKU CTau 0oJiee BbIpaxkeH-
HBbIMU SIBJIEHUSI OOILIEr0 OTEYHOTO CUHApOMA: OTMeyYa-
JIUCh TIJIOTHBIE OTEKM TTOJKOXHOM XMPOBOM KJIEeTYaTKH,
acuuT. MexaHu3M pa3BUTUSI OTEKOB OOYCJIOBJIEH yTHE-
TEHUEM CUHTETUUYECKOUN (PYHKLIMU TIeYeHU B COYETAaHUU

Puc. 2. TlonkoxKHble KPOBOU3IMSHUS M YYACTKH HAPYIIEHUS MUKPOLMPKYJISIUH HA MOBEPXHOCTH MO-
HIOHKH (2) M JIEBOT0 rOJIEHOCTONMHOTO CycTaBa (0) Y HOBOPOXKIEHHOTO C FAJAKTO3EMHEiA.

Fig. 2. Subcutaneous hemorrhage and areas of microcirculation disorder on the surface of the scrotum
(a) and on the surface of the left ankle joint (6) in the newborn with galactosemia.
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Huxumuna H.B. u coasm. Taxenas ¢popma raakrozemuu | THa y HeIOHOIEHHOTO peOeHKa: TPYAHOCTH AU hepeHIMATbHON TMarHOCTUKU
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Puc. 3. I[l/lHaMPlKa noKasareJieil CHCTeMbI reMOCTa3a Y HOBOPOKAEHHOTIO C rajaKkro3eMuei Ha (l)Ol-Ie

KOMILIEKCHOM Tepanuu.

AYTB — akTHBHPOBaHHOE YACTHYHOE TPOMOOILIACTHHOBOE BPeMsI.
Fig. 3. Dynamics of indices of the hemostatic system against the background of the complex therapy

in the newborn with galactosemia.

C OCTPBIM MTOBPEXICHUEM TTOUeK U onurypueit. Dopmu-
pOBaHME TUITOATHOYMUHEMUM TIPUBEIO K CHWXECHUIO
OHKOTMYECKOTO NABJICHUSI KPOBU M COIMPOBOXIAIOCH
TIePEX0I0M XUIKOCTH B MEXKKIECTOUYHOE MPOCTPAHCTBO
yepe3 TOBPEXKICHHBIN METa0OIUTaAMU TaTaKTO3bI TJIH-
KOKaJIMKC MeMOpaH KanusuisipoB (puc. 4).

Ha 18-e cyTku xu3Hu Ha poHEe KOMILJIEKCHON Tepa-
MY ¥ SHTEPATBHON ITay3bl COCTOSTHUE PeOeHKA C OTUYET-
JIMBOW TIOJIOXUTEJIbHOW IMHAMUKOW B BUAE CTabu-
JIN3aIUU  KIMHUYECKOTO COCTOSTHUS M TIOCTETICHHOTO
KYITUPOBAaHWS  TIPOSIBICHUI  TIEYCHOYHO-KJIETOUHOM
HEIOCTaTOYHOCTH. B OMOXMMWYECKOM aHaIM3¢ KPOBU
3HAYUTEJbHO CHU3UJIUCh YPOBEHb OMJIMPYOMHA, LIEI0Y-
HoO#l docdarasbl, JaKTaTIETUAPOreHa3bl, BOCCTAHOBU-
JINCh YPOBHU XOJIECTEPUHACTEPA3bl, TPUTIUIICPUIOB,
xoJjiecreprHa. Ha 18-e cyTku Xu3HHU, MO MpoIIecTBUU 8
THell ¢ MOMEHTa Hayajda HTePaJIbHOU Iay3bl, B OTCYT-
CTBUE B3OYTHS XUBOTA, IMATOJOTUIECKOTO OTIACIISIEMOTO
13 KeJynKa, MPU3HAKOB aKTUBHOTO BOCITAJICHUS KUTIIEY -
HOI1 CTEHKU 110 JaHHBIM Y3U Ob1710 BO30OHOBIEHO HTE-
paJlbHOE TIMTAHWE Yepe3 30HI CMEChlo 0e3 TalaKTO3bI
U JIaKTO3bl, Ha OocHOBe coeBoro oenka «Hyrpunak Cos»
B TpoduuyeckoM obbeme (10 MI/KT/CyT) ¢ TOCIEmyro-
IITUM €TO TTOCTEIIeHHBIM pacinupenueM. [1o 3aBepireHnn
SHTEPAJTbHOM TTay3bl OBUT TIPOM3BEICH KOHTPOIh YPOBHSI
0011Iei1 rajlakTO3bl, KOTOPBI cocTaBuA 22,8 Mr/Al.

Ha 20-e cytku y MajiburKa ObIO OTMEUYEHO TTOBbIIIe-
HUE YPOBHS 1IepeOpabHOM 1 IBUTATEIbHOM aKTUBHOCTH,

BOCCTAHOBWJIOCh PETYJISIPHOE CAMOCTOSITEJIbHOE [IbIXa-
HUE, ObLIM CHUWXEHbI mapaMmeTpbl nposoaumoit MBJI,
B JajbHeieM peObeHOK ObUT 3KCTYOMpPOBaH U TepeBe-
neH Ha HeuHBa3uBHY0 UBJI. C 23-x cyTOK XU3HU NpU-
3HAKU AbIXaTeJIbHON HEAOCTATOUHOCTU PErpeccupoBau,
pecniupaTopHasi Tepanus Obuta mipekpanieHa. [Tpu Y3U
TOJJOBHOTO MO3Ta OTMEUYEHA MOJIOXKUTEbHASI AUHAMUKA
B BUJE BOCCTAHOBJIEHUS YPOBHS 9XOT€HHOCTU MEPUBEH-

Puc. 4. IlposBiieHus1 00IIEro OTEYHOr0 CHHIAPOMA Y HOBOPO-
JKJIEHHOTO C raJiakTo3emueii Ha 17-e CyTKM KU3HU.

Fig. 4. Manifestations of the general edematous syndrome
in the newborn 17 days of life with galactosemia.
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TPUKYJISIPHBIX 30H M YaCTUYHOTO perpecca BHYTpUIKE-
JIYIOYKOBOTO KPOBOMBIUSHUS. [TOBTOPHBIN KOHTPOJIb
YPOBHSI OOIIEl TaylakTo3bl Ha 24-¢ CYTKM KM3HM IOKa-
3aJ1 HOpMaIu3aluio ee ypoBHs 10 2,41 Hr/min. Jlunamuka
KIMHAYECKUX CUMIITOMOB y HEJIOHOIIEHHOTO pebeHKa
¢ TeYeHUeM Tajakro3eMuu | Tuma Ha poHe JIeueHUs TIPH -
BeleHa Ha puc. 5.

Ha 41-e cyTtku xxu3Hu peOEHOK BBINIUCAH U3 CTAllUO-
Hapa B yIOBJIETBOPUTEIIBHOM COCTOSIHMU. B HacTosiee
BpeMsl TIPOJIOJIKEHO KaTaMHEeCTMYeCKoe HaOIoIeHHE:
OTMEUAEeTCsI Perpecc BHYTPUXKETYIOYKOBOIO KPOBOM3-
JIUSTHKST, HOpMAaTHBHBIE MOKA3aTe M KPOBOTOKA ITO apTe-
PUSM TOJIOBHOTO MO3Ta, HEPBHO-TICUXMUYECKOE Pa3BUTHE
1 TipubaBKa B Macce Tejla COIJIacHO BO3PAacCTHBIM HOp-
MaM. SBJIeHMS TeYeHOYHO-KJIETOYHOM HEIOCTATOUHOCTH
KynupoBaiuch. [IpomomkeHO BCKapMJIMBaHUE CMECHIO
Ha OCHOBE U30JIsITa COeBOTO OesKa.

K MoMeHTy HamucaHMsl CTaThbM KaTaMHE3 COCTaBWII
5 Mec, o0lee cocTossHUEe peOeHKa YIOBICTBOPUTEIBHOE,
(byHKIIMOHAIBHOE COCTOSIHUE TIeYeHU, TIOUYeK, Kely-
JIOYHO-KHUIIIEYHOTO TPaKTa B Tpelesiax HOPMBI, (hu3nde-
CKOE€ pa3BUTHE CpeaHee, TApMOHMYHOE, COOTBETCTBYET
IMacIopTHOMY BO3pacTy, B HEBPOJOTMYECKOM CTaTyce
OTMeYaeTCsI CHHIPOM MbIIIEUHOM AucToHuK. TTpomgosmka-
eTcsl HaOJoiIeHUe 0(hTaTbMOJIOTOM 10 TTIOBOJIY KaTapaKThl.

0GcyxaeHue

lanakrozemusi — penkoe HacjencTBEHHoOe 3aboJie-
BaHMWE, TIPU KOTOPOM CPOKHU TIOSIBJIEHUSI M BbIpaXkKeH-
HOCTb TEePBbIX KIMHUYECKUX TTPU3HAKOB MOTYT 3HA4M-
TeJIbHO BapbUMpOBaTh (OT MEPBBIX JHEH MOCIIEC POXKICHUS
o HecKoJibKux mecsieB) [1, 27]. C BHenpeHUeM CKpu-
HuHra B Poccuiickoit denepanny mosiBUJIach BO3MOXK-
HOCTb MOCTAHOBKM JIMarHo3a enie A0 MOMEHTa IOSIB-
JICHUSI TIEPBbIX MPU3HAKOB 3abojieBaHus. BMecTe ¢ Tem

AnHamMuiKa Tun nuTaHus
KAWHWHECKUX CUMNTOMOB 11 213fa]s e 789 fw]nw]Bluafs][w][v]w][w[o][a]22]23]24]25]2

KJINMHUYECKUE CJ1YHAU

Yy HETOHOILIEHHBIX IeTeif CKPpUHUHT TTPOBOIUTCS B O0JIee
MO3HUE CPOKM, YTO B COBOKYIHOCTU C HecTelumnpu-
YeCKMM XapaKTepoM HauyaJibHBIX IPOSIBJIECHUI MOXKET
MpUBECTH K IO3OHENM OTMarHocTuke 3aboyieBaHus [28].
B paccMoTpeHHOM HaMHW KJIMHUYECKOM cliydae pebe-
HOK POIUJICS HEIOHOUIEHHBIM U MOJyJal HTepalbHOe
MUTaHKWE, TPEUMYIIECTBEHHO CMEChbl0 IJIT HETOHO-
IIEHHBIX AeTei ¢ MOHKEHHBIM COIEPXKaHUEM JIaKTO3bI
M TajgakTo3bl. JloJis MaTepMHCKOTO MOJOKa B IEepBbIC
HECKOJIBKO CYTOK JKM3HHU ObllIa CPAaBHUTEILHO HEBEJINKA
BBUIY OINEPATUBHOTO pOIOpa3pellieHrs] U HaXOXICHUS
pedenka B OPUTH. IlpoBeneHue sHTepaJbHOTO MMUTA-
HUs cyOCTpaTOM C TOHWKEHHBIM COIEpXKaHUEM JaK-
TO3BI, BEPOSITHO, MOTJIO CTaTh MPUYMHOI GoJiee TO3/-
Hero ne0Ta 00JIe3HU. YXYIIIeHWe COCTOSTHUSI peOeHKa
ObLTIO OTMEYeHO Ha 11-e CyTKM XU3HM ¢ MaHubecTaluu
Hecrreunduaeckux cumiromon. Ilpu aToMm obpairana
BHUMaHME TUCCOLIMAINAS YJIBTPAa3ByKOBOI U PEHTIEHO-
JIOTUYECKOM KAPTUHBI C KIMHUYECKUMU TTPOSIBICHUSIMU
HEKPOTU3UPYIOIIETO SHTEPOKOJIUTA: B3AYyTHE KUBOTA,
MaTOJOTUYECKOE OCTATOYHOE COAEPKUMOE B KEyIKe,
ociablieHue  TepUCTAIBTUKA  TIOSIBUIUCH  TOJBKO
yepe3 HECKOJIBKO YacoB IOCJe Pa3BUTUS KUIIEUHOTO
KpoBoTeueHUs:. OTHOBPEMEHHO OB TOJIyUYeH pe3yiib-
TaT HEOHATaJbHOTO CKPUHWHTA, YTO TO3BOJIMIO Tpe.-
MOJOXUTH TaJIaKTO3eMUI0. AHAIM3UPYST OCOOEHHOCTHU
TeueHUsT OOJIE3HU y JAHHOTO pebeHKa, CIeayeT TaKxkKe
OTMETUTH MOSIBJICHME MEHUHTEaIbHBIX 3HAKOB B Hayajie
3a00JieBaHUs, YTO Ha (POHE TUTIEPTEPMUU HE IT03BO-
JISLTO UCKITIOUMTD TSKeJloe MH(MEKIIMOHHOE TopakeHue
IHHC. Opnako paHHas CHUMIOTOMAaTHKa JOCTATOYHO
XapaKTepHa M JJIsI KpU30BOIO TeUEHUS rajakTo3eMuu I
turna [23, 28].

3aknyeHune

3HTEPANbHa% Nay3a HYTPWAGK CO%
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eMOpparvHeckui CHAPOM

KeayaosHO-KkiLeYHoE

ngBDTEHEHME remarypus
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pycna < 8l R
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[eMoANHaMIHECKIUE HaPYLIEHNS A o P
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11 pECNNPaTOPHaS Tepanis picrap BN & NCPAP ven NCPAP
RN 38C
AMXopaaka . § ‘ ‘ ‘ ‘ [ c
o
HapyweHwe anype3a T Onvrypus
e N |
OTEYHLINA CUHAPOM v Acumr, obLmi OTEHHLIA IHAPOM
OPWTH P ONHAHA, » OPUTH »

Puc. 5. lnHaMMKa KJIMHMYECKMX CHMIITOMOB Y HEIOHOIIEHHOTO pedeHKa ¢ rajJakro3eMueii Ha (hoHe KOMIUIEKCHOM Tepanum.

NCPAP — Nasal continuous positive airway pressure (mocTosSiHHOE MOJIOXKUTEIbHOE JABJIEHHE B IbIXaTENbHbIX MYTAX Yepe3 HA3aJb-
Hble KaHioan); UBJI — uckyccrBennas BeHTusus Jierkux; BITK — BbicOKONOTOYHbIE KAHIOMH.

Fig. 5. Dynamics of clinical symptoms in the premature baby with galactosemia against the background of complex therapy.
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PaccMoTpeHHBI HAMM KIMHUYECKUI ClIydail rajak-
To3emMuu | TuIa y HeOHOIIEHHOTO peOeHKa TEeMOHCTPU -
pyeT HecnelMUIecKNe MPOSIBIeHUs B Ie0r0Te 3a00e-
BaHMUSI, KOTOPbIE MOTYT CKPBIBAThCS MO MAaCKOM JPyTrux
MaTOJOTMYECKUX COCTOSIHMI, BeChbMa 4acTO BCTpeyaro-
IIMXCSI B HEOHATaJbHOM TIEPUOJE, TaKUX KaK TO3MHUI
HEOHaTaJbHbII CErcuc WIM remMopparmyeckass 00Je3Hb
HOBOPOXAEHHBIX. OQHAKO AMCCOLMAIMS KIMHUYECKUX
CUMIITOMOB U THIATEJIbHbIN XPOHOJIOTUYECKUI aHAJIU3 UX
BO3HUMKHOBEHMUS, HApsiAy C XapaKTepHbIMU W3MEHEHM-
SIMM OMOXMMMYECKUX TToKa3aTesieil KpOBU U MOJIydeHUEeM
pe3y/ibTaTOB HEOHATaJbHOTO CKPWHMHTA, I103BOJIMIN
OBICTPO TMOCTaBUTb MALUMEHTY IPAaBUIbHBIN IMArHO3.
B nanpHeiimeM guartHos rajakro3emuu | Tvma ObUT oa-
TBEPXKIEH pe3yJbTaTaMu MOJICKYJISIPHO-TEHETUYECKOTO
HCCIIeIOBaHNSI.

CsoeBpemeHHbIl niepeBog, B OPUTH, ormeHa sHTe-
paJbHOTO MUTAHUSI, COAEPXKAIIETO TajlakKTo3y U JIAKTO3Y,
a TakKe Ha3HAYeHUE KOMIUIEKCHOW TMOCUHAPOMHOM
Tepanuy, HaMpaBJIeHHOW Ha KOPPEeKIMI0 TeMOJIuHa-
MUWYECKUX, PECIUPATOPHBIX HaApYLIEHWI, MPOSIBICHUI
JABC-cuHapoma, pajiv BO3MOXHOCTb CTaOMJIM3UPO-
BaThb COCTOSIHME HEIOHOIIEHHOro pebeHKa M u30exXaTb
HeoOpaTUMOTO TMOBPEXIEeHUs] opraHoB u cuctem. [lom-
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