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AHHOTALUA

Beenenme. IlpencraBieH aHaiu3 JBYX HCTOPUM JIOHOIIEHHBIX HOBOPOKJICHHBIX
JIETe C HACIECACTBEHHOM TaJlaKTO3€MHUEH, HaXOJMBIIMXCS HA CTAlMOHAPHOM
ameuennn B T'AY3 CO «OOmactHas J[eTckadg KIMHWYECKas OOJbHHUIIA» T.
ExarepunOypra. Ilo nurepaTypHbIM JaHHBIM, OOIas 4YacToTa TaJlaKTO3eMHUU B
EBponie konebnercs ot 1:18 000 mo 1:180 000, B Poccum vacToTa rajlakTo3eMuu
coctaBisieT 1:16242, mpu 3ToM OONBIIMHCTBO Ciy4yaeB 3a0oseBaHusi o0ycioBieHo 1
TUNIOM, Kjaccuyeckuii BapuaHT. ILleab wMccaeaq0BaHMsL - BBIICIUTh PAHHUE
KIMHAYECKHE  TPU3HAKM  TalaKTo3eMUH, CHOPMHUPOBATH  IMATOTCHETHYCCKH
000CHOBaHHOE CBOEBPEMEHHOE JICYCHUE TaJlaKTO3EMUM, MPOBECTH T'€HETUYECKUIN
aHanu3. MaTtepuana u MeToabl. B pamkax paboThl IPOBEJIEH OJUH PETPOCTICKTUBHBII
aHalM3 W OJIMH TMPOCIEKTUBHBIA aHAIU3 UCTOPUN OOJIE3HU HOBOPOKICHHBIX.
Pesyabrarbl. Jlana omnucarenbHasi XapaKTepUCTHUKAa OCOOEHHOCTEW aHaMHe3a,
OOBEKTUBHOTO  COCTOSIHMS, JIaHHBIX JIAOOPATOPHBIX M  HMHCTPYMEHTAIbHBIX,
FeHETUYECKUX  METOJOB  MCCJIEIOBaHUS, METOJAOB  MEIWKAMEHTO3HOTO U
HEMEJIMKaMEHTO3HOIO JICUeHUs rajaktoemuu. BoiBoabl. Ha ¢oHe komruiekcHOM
Tepanmuu ObUIa TIOJydYeHA TMIOJOKUTEIbHAS JUHAMHKA, CTa0Wau3amus oOIIero
COCTOSIHMS MTAI[MEHTOB, HOpMaJIM3allis MToKa3aTeel reMocTa3a U renaTorpaMMel.
KawueBble ciaoBa: ramakrozemus, opdaHHOe 3a0oJieBaHHWE, TI'eMOpPpParudeCcKuil
CUHPOM, TIOJIMOPTAaHHbIE HAPYIICHHS, TUTIEPOMIIUPYOUHEMUSL.
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Abstract

Intraduction. The analysis of two case histories of hereditary galactosemias in the
first weeks of life, who were on inpatient treatment at the Regional Children's
Clinical Hospital of Yekaterinburg is presented. The total frequency of galactosemia
in Europe ranges from 1:18,000 to 1:180,000. in Russia, the frequency of
galactosemia is 1:16242, while most cases of the classic galactozemia disease. The
purpose of the study is to identify early signs of galactosemia, to form a
pathogenetic justified timely treatment of galactosemia, to conduct a genetic analysis.
Material and methods. As part of the work, one retrospective analysis and one
prospective analysis of the medical histories of pediatric children were carried out.
Results. The descriptive characteristics of the features of anamnesis, objective
condition, data of laboratory and instrumental research methods, methods of
correction of patients with galactosemia are given. Conclusions. Against the
background of complex therapy, positive dynamics was obtained, stabilization of the
general condition of patients, normalization of hemostasis and hepatogram
parameters

Keywords: galactosemia, orphan disease, hemorrhagic syndrome, multiple organ
disorders, hyperbilirubinemia.

BBEJAEHUE

OOMeHHBIE HApYIICHUs] Y JeTel MEPBBIX MECSIEB KU3HU 3aHUMAIOT ocoboe
MECTO CpeJu BCEX BPOXKIACHHBIX 3a0osieBaHuil. ['anmakTo3zeMus — oaHO U3 Haubosee
pacpoCTpaHEHHBIX PACCTPOMCTB YIJIEBOJIHOTO OOMEHa, KpaiHe OMacHOe IS KU3HU
pebeHKa B TIepro 1 HOBOPOKACHHOCTH. [2]

Hear wuccienoBaHusi - BbIICIUTh pAHHUE TMPU3HAKH TaJaKTO3EMUU,
chopMHpOBaTh  TMATOTEHETUYECKHM OOOCHOBAHHOE  CBOCBPEMEHHOE  JICUCHHE
rajakTo3eMUH, TPOBECTU F'€HETUUECKUI aHaJU3.

MATEPUAJ U METOJIbI

B pamkax paboThl TpoBEJEH OAWH PETPOCIEKTUBHBIM aHAIN3 W OAUH
MPOCNEKTUBHBIN aHAIN3 UCTOPUM 00JI€3HU HOBOPOKICHHBIX.

PE3YJIBTATHBI

1 pebenok. /leBouka JI. Oblna rocnuraau3upoBaHa B BO3pacTe 8 CYTOK B
OIMTHuHINe2 OJKb ¢ moio3peHreM Ha HaJIMYKME HACJIEACTBEHHOrO 3a00JIE€BaHUS —
raJlakTo3eMuu. AKYyIIEpCKU aHaMHe3: maputeT OepeMeHHOCTH: OepeMeHHOCTH I,
poael II. 1-s Gep. - 2010r — cpouHble pPOJBI, J€BOYKa, 3J0poBa. TeueHue 2
OepeMeHHOCTH: 26 HeJl. —TeCTAIMOHHBIN caxapHblii amaber (muera), 36 Hem. —
OCTpOE pecrupaTOpHOE 3a00JICBaHHE.

TeueHune poMIOB: MJIAHOBOE OINEPATUBHOE pojopaspelieHue B 38 Henenb,
Ta30BOE Mpejiekanue miojga. m — 3150r, anuHa- 53 cM, oreHKa Mo Ikajie Anrap
7/8. AnamHe3 3a00JIeBaHUSI: COCTOSIHUE C POXKIEHUS YIOBJIETBOPUTEIbHOE, C 3-X
CyTOK HaxoAwlach Ha CMEIIaHHOM BCKapMJIMBaHUUW B By THIOTAIAKTHUHU.
HeoHnaranbHblii CKpUHUHT TPOBEAEH B 4-€ CyTKH.

Knuuuueckne naHuele:

OTMeuascs HapacTarOUM CUHIPOM SHIAOTEHHOW MHTOKCUKAIIUU, CPHITUBAHMS,
naToyiornyeckas yobuib mMacchl Tena (21%), runepounupyounemun no Kpamepy 4
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creneHu. [1o 1aHHBIM HEOHATATBLHOTO CKPUHUHTA BBISIBIIEHO MOJI03PEHUE HA HATMYHE
TaJIaKTO3€MUU, C 4YeM pEeOCHOK HamNpaBJICH IS JAJIbHEHUIIEro OoOCIEIOBaHHS B
craupoHap. B TeueHwe  mocnenylmMX — ABYX ~ JHEH  NPUCOETUHSETCS
rEMOPPArHYECKUN CHUHIIPOM, IOABEM TEMIIEpATypsI 10 37,5, acuT.

['eneTnyeckoe uccienoBaHue

OOHapy>keHbl —MaToreHHble BapuaHThl ¢.563A> G(QI88R), ¢.947G>
A(W316X) B KOMIayHATETEPO3UTOTHOM COCTOSHUHU, moaumopdusm c.940 A>
G(N314D) B reTep0o3UroTHOM COCTOSIHHH.

Knuuuueckuii 1uaraos

OcnoBHoil: ['anakrozemust 1 Tun, knaccuueckast popma.

[IpoBenenno gedeHue Oe3nakTo3HOM cMmecbto Hytpumon Ilentul'actpo,
MaTOJIOTUYECKOW Tepanue - reMoTpaHcy3UOHHAs Tepanus, aHTUOAKTEepHalIbHAsS
Tepanusi, ¢oTtorepanus, UHPY3UOHHAS Tepanus, aHTUTeMOopparuyeckas Teparmus.
[Tomyyena  mosiokuTenbHas  JAUHAMHUKA, BbllMcaHa Ha 3-4  Hegene B
YIOBJIETBOPUTEILHOM COCTOSIHUMU.

2 pebeHok. Manpuuk b. B Bo3pacte 5 cytok moctymuin B OITHuHJIINe2 c
MOJI03PEHNEM Ha HAJIMUKME HACJICACTBEHHOIO 3a00JI€BaHUSI — FajJaKTO3EMUMU.
Akymepckuid aHamHe3: OepeMeHHOCTh 3, poasl 1 (BHemart., TyO3kTomus 1,
perpeccupytomas 0epeMeHHOCTh 1), mMaTh ¢ 3a0ojeBaHMeM — Muomnus 1, MuoMa
Matku. TedueHne OepeMEHHOCTH- Ha ydeTe ¢ 8 Helelb, 2 TPUMECTP- T'eCTAllMOHHBIN
caxapHbIii nualeT, nuera, 3 TPUMECTpP- T€CTAlMOHHBIN caxapHblii Auaber, AueTa,
aprepuanbHas  runepreH3uss.  TedeHwe  poJOB:  IUIAHOBOE  OINEPATUBHOE
ponopaspemieHue B 38 Hexenb, m — 3612r, nnuHa- 54 cM, oleHKa Mo ImiKaie Anrap
8/9. Anamue3 3a00yieBaHUS: TOCJIE€ BBIMMCKH W3 POAWIBHOTO JOMa MaTh CTaJja
3aMedarh HapacTaHWE >KENTyXH, cpbiruBaHus. [lo uHbOpManuu, moaydyeHHOW W3
IIEHTpa PENpPOAYKINH, Yy peOeHKa 3amoJ03peH BBICOKHM PHUCK KIIACCUYECKOU
rajaktozemun | tuna, B cBsI3u uem rocnutanuzupoBan B OJIKb B maromoruto
HOBOPOXK/ICHHBIX.

Knuaudeckue naHHble: MPU MOCTYIUICHUH COCTOSIHUE CPETHETSIKEN0e, 32 CUET
WHTOKCUKAIIMHU, JKEIATYXH, HEBPOJOTHYECKOM CUMITOMATHKUA (TUIOJUHAMUS,
runopediekcus). B cBsi3u ¢ moAo3peHUEM Ha TajakTO3eMUI0 ObL TMEPEBECH Ha
KOpMJIEHHE 0€3JIaKTO3HOM CMECHIO.

MounekyisipHO — reHeThuyeckas auarHoctuka (3akmouenue ot 01.03.2023 r.)
Oo6napyxensl naroreHHsie BapuanThl B reHe GALT - ¢.563A> G(Q188R), ¢.854A>
G (p.R285N) B KOMIAyHI-T€TEPO3UTOTHOM COCTOSIHHM, ACCOLIMMPOBAHHBIE C
KJIACCUYECKOM rajakroeMueit 1 tuma.

Knuaunuecknii 1uar{os

OcHoBHoe 3a0oneBanne: Kinaccudeckas raakto3emus 1 tuma.

bbiio  mpoBEAEHO COOTBETCTBYIONIEE JICYEHUE: BCKApMIIMBAHHUE CMECHIO
Hytpunon Ilentul’actpo, ¢ororepanust 1 nammnoit nHenpepsiBHO ¢ 02.03.2023 -
05.03.23, Buxacomn (02.03.23 - 04.03.23), nepeauBaHie CBEKE3aMOPOKCHHOM MJ1a3Mbl
(02.03.23, 03.03.23). Ha d¢oHe KOMIUIEKCHOM Tepamuu ObUla TOJIydeHa
MOJIOKUTENIbHAS JUHAMHMKA, CTaOWiIM3alus OOINEero COCTOSHUS, HOpPMaIU3alus
MUTMEHTHOT0 OOMEHa, MoKa3aTesiel reMocTasa v renaTorpamMMel.

OBCYXKIEHUE
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Puc. 1
JluHaMmuKa rmokasartesiei oOIIeH TralaKTo3bI
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BbiBOJBI: Yy TepBOrO M BTOpOro peOeHka Ha (POHE MATOTEHETUYECKOTO JICUCHUS:
BEJICHUE 0€3J1aKTO3HOU cMecH, KOPPEKIINHU rUnepOuIupyOnHEMUH,
reMOpparuuyeckoro ¥ MHTOKCUKAIIMOHHOTO CHHIPOMOB YPOBEHBH OOIIEH TalaKTO3bI
UMeTl TOJIOKUTENbHYI0 AuHaMuKy (rpaduk 1). K Beimucke y oboux nerei ypoBeHb
raJIakTO3bl COOTBETCTBOBAT HOpME (<7.2 Mr/mi).

Puc. 2

JlunaMuKa pe3yJpTaToOB MOKa3zareael OMOXUMUYECKOTO aHaIN3a KPOBU
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BbIBOIBI: B OMOXMMHUECKOM aHAIM3€ KPOBU Y 00OMX JIETEH OTMEUAETCs TMOBHIIIICHUE
nokasatesel OunnpyounHa, 3a c4eT npsiMoil 1 HenpsaMon (ppakuuu (rpaduk 2).

Puc. 3
JluHaMUKa pe3yIbTaToB MMOKa3aTelei KOaryaorpaMMbl
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BoiBogpl: 'y o0oux JeTedl MO TOKaszaTelsiM T'eMOKOAryysiliud  BBIPAXKEHHBIC
TUIOKOAryJIsIIMOHHbIe TIokazatenu (rpadux 3). Ha ¢one mpoBomumoi Ttepanuu
HaOII0AAeTCs MOJOKUTENbHAA JUHAMUKA.

BbIBO/IbI
1. PaHHMMEM KIMHWUYECKMMM TPU3HAKAMU TAJIAKTO3EMUH OTMEYAINCH
HapacTaHUe WHTOKCUKALITUOHHOTO CUHIpOMA, runepOuIupyOuHeMuH,

reMOPpParuyeckoro  CUHApOMa, MaToJiorudeckass yObulb Macchl Tena. B
Ja00OpaTOPHBIX TOKa3aTeNaX OTMeYanach Pe3KOoe HapacTaHWE TalaKTO3bl B KPOBH,
BBIPQXKEHHBIC CHCTEMHBIE HApyIICHUSI B CBEPTHIBAEMOCTH KPOBU, IOBBIIICHHAS
KOHIIGHTpaIusi Kak npsMou (pakiuu, Tak U Henpsimon Owmmupyouna, ACT, AJIT.
KommiekcHass matoreHeTHYecKu 3HauyuMasi, CBOEBPEMEHHAas Teparus IpUBENa K
MOJIOKUTEIBHON JTUHAMUKE, CTA0MIN3AIlN COCTOSIHUSI MTAlleHTA.

2. ITpoBeneHrEe HEOHATAIBHOTO CKPUHUHIA, CBOEBPEMEHHOE JICUEHUE, PAHHSISA
KOPPEKIMsl YTPOKAIOMIUX JKU3HU CHHJPOMOB TIO3BOJUT W30€KaTh TSIKEIbIX
CHUCTEMHBIX HapyLICHUM.
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AHHOTALUA

BBenenue. AnpenokoptukanbHas kapumHomMa (AKK) — penkas sHAOKpHHHAS
3JIOKQYECTBEHHAS OITyXOJIb HAIIOYEYHUKOB, XAPAKTEPU3YIOIIAsCA MO3IHUM CPOKOM
BBISIBJICHUS U BeCbMa HEOJAronpUsATHBIM MPOTHO30M. Y psia JeTell KIMHUYECKUe
IIPU3HAKHA BKIIIOYAKOT BUPWIM3ALMIO, CBA3aHHYIO C OIYXOJIEBOM T'HMIEPIPONYyKIUEH
anapore”HoB. AKK penko BcTpedaeTcst B IeIUAaTPUUECKOM MONMYJIALMY U Yallle BCEro
aCCOLIMUPOBAHA C CUHIPOMAMU IIPEAPACIIOIONKEHHOCTH K OIIyXOJIEBBIM HEOIUIa3HsIM,
B 4yacTHoctd, ¢ cunapomoMm Jlu-Opaymenu (CJID). Omnucana cBs3b pa3BUTHS
JAHHOTO cuHApoma ¢ Myrtauueil reHa TP53 nHa xpomocome 17pl3.1. IlamuenTs! ¢
ATUM CHHJPOMOM NPEACTABISAIOT BBICOKMM PUCK Pa3BUTUS OJAHOW WIJIM HECKOJBKHUX
OMyXOJeN pa3nuuHblx Jokanm3auui. Lleab wuccienoBaHusi — MPEICTaBUTh
KOMIUIEKCHBIA TOJAXOJ K ONPENEIICHUIO TEPANEBTUYECKOW TAKTUKHA NPU CHUHIPOME
TUIIEPAaHAPOTreHNH Y JE€TEl HAa MPUMEPE PEIKOro KIMHUYECKOTO ciydas. Marepuan
U MeToabl. [logpoOHO onucaH KIMHUYECKUH Cllydaill TMIEepaHIpOreHUuU Yy JEBOUYKU
MJIQJIIEro BO3pacTa. B pe3ynpTaTe KOMIUIEKCHOTO MOAXO0Ja, C MOCIEA0BATEIbHBIM
IIPUMEHEHUEM COBPEMEHHBIX METOJOB JWAarHOCTUKM M JICYEHHUs, YAAJIOCH
JAArHOCTUPOBATh PEIKUNA TE€HETHYECKUuU CHHAPOM. Pesyabrarbl. KinmHnueckuit
Cly4al WJUIIOCTPUPYET BBIABICHHBIM CUHAPOM JIn-OpaymeHu, mpeacTaBiICHHbIN
APEHOKOPTUKAIBHBIM DPAKOM C HW30JIMPOBAHHOW THUIEPHPOAYKLIMEN aHIPOTECHOB,
accouuMUpoBaHHbIM ¢ MyTanuedn B reHe TP53. BeiBoabl. IlpencraBieHHbI
KIIMHUYECKUM Cilyyal IeMOHCTpUpyeT 3HaunmocTb MIUM kak BaxkHOro sjnemeHTa
KOMIUIEKCHOTO MOAX0/1a K JUArHOCTUKE PeaKUX (OPM OMyXOJU KOPbI HAAMOYEUHUKA
B JETCKOM Bo3pacre. JluarHoctupoBaHHas MyTauusa B TeHe TPS53, nukryer
HEOOXOIUMOCTh JTaJbHEHIIEro JUMHAMUYECKOTO HAaOIIOJEHUS MallMEeHTa Y OHKOJIOra,
TaK KaK MMEETCSA BBICOKMM PHUCK pPa3BUTUA HEOIUUIA3UM APYTUX JIOKAJU3aLUM,
XapaKTepHbIX I cuHapoMa JIn-OpaymeHu.
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