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3 arasibHOBIAOMO, WO ICHYE BenmkKa KifbKiCTb
CcnagkoBmx NopyLleHb 06MiHY aMiHOKMCNOT Ta
OPraHivyHUX KUCNOT Y NOOMHWU, AKi KNiHIYHO NPOosABAS-
IoTbCca y Burnaai maxe 90 3axBoptoBaHb [4]. JaHa
rpyna 3axBopioBaHb Han4yacTile 3yCTPiYaeTbCs y au-
TA4OMY BiUi, a caMe Yy nepiogi HOBOHAPOMAXKEHOCTI, Ta
npoTikae 3 BaXKUMu Hachigkamu. Y GinbLIoCTi BU-
nagkiB OiTv He OOXWMBAKTb A0 OOPOCNOoro Biky. Taka
cuTyauis 0OYMOBIIOE HEOOXIAHICTb  PaHHbOro
pO3ni3HaBaHHA, CBOEYACHOrO JliKyBaHHS Ta MNOKpa-
LLLEHHS KOCTI XXUTTA  AiTen i3 CNaaKOBUMM MOPYLUEH-
HAMW 0OMiHY aMiHOKUCIOT.

BapTo 3a3HauuTK, WO OO0 UiEl rpynm NaTonoriyHmx
CTaHiB BiOHOCUTLCH TUPO3UHEMIS, AKa XapakTepu-
3YETbCA 30iNbLIEHHAM MNEeYiHKW, MOPYLIEHHAM il
bYHKUiT Ta PO3BUTKOM LUMPO3Y, @ TAKOX YLLIKOAXKEHHSM
HMPOK Ta nepudepinHux HepeiB [6]. Tun ycnaakyBaH-
HS ayTOCOMHO-PELMNCUBHUIA. [eH KapTupyBaH y Xpo-
MocoMmi 15g23-q25 [2]. HaiibinbLua KinbKiCTb XBOPUX Ha
TMPO3MHEMIIO 3apeecTpoBaHa y NpoBiHLUii Keebek (Ka-
Hapa) Tay [MiBHivHI EBponi. 3axBoptoBaHHS 06yMOBE-
HO pediunTom dymapunaueToaueTar rigponasm
(DPAl) — dbepmMeHTOM, KM € OCTAHHIM Yy NaHLj aerpa-
naujii TnpoanHy. @Al — cknagaeTtbea 3 419 amiHokumc-
N0TW, € UMTO30JIbHUM FOMOAMMEPOM Ta MPUCYTHIN Y
TKaHMHI NeYviHK1, HUPOK, NiMpouuTax, epuTpoumTax.
Hacninkom eH3nmHoro aedekty € nopyLleHHs 0OMiHy
TUPO3KHY, a CaMe, HAaKOMUYEHHSA B TKAHVNHAX Takux Me-
TaboniTiB, 9Kk dymapunaueToaueTaTy, mMalneinaueto-
aueTaTy, CyKUMHINaueToHy, CyKUMHinaueTto-auerary,
SIKi, y CBOIO YepPry, BUKIMKAIOTb TOKCUYHY Ljt0 Ha KNITUHW
MeyviHkM Ta npokcuMMasbHi HUPKOBI KaHanbui. Briepuwe
iHbopMaLlig oo nauieHTa i3 30ibLLIEHHSM PIBHS TU-
pPO3VHY y KpoBi 6yna HagaHa y 1932 poui [1]. MNosigom-
JIEHHSI NMPO XBOPWX i3 BiNblL TUMOBOKO KJHIYHOIO Ta
GioxiMiYHOKO KapPTUHOWO, BAACTMBOK AaHiii naTosorii,
Oynum 3pobneri HanpukiHui 1950 pokis [3,5]. 3 Toro va-
CY i 00 KiHUS MWHYSIOro CTOMITTA Y HAyKOBI niTepatypi
onucaHo 6a13bko 500 BUNaaKiB Liel naTonorii.

BuginaoTe 3 Gopmu 3axBOPIOBAHHS, SKi Bigpi3HA-
I0TbCS PI3HUMK BPOLAKEHNUMWN NOMUIKAMN B OOMIHi TH-
PO3UHY, sKi NPN3BOAATb A0 BUHUKHEHHSI TUPO3UHEMIT.

CTtparteriga nikyBaHHSA TUPO3MHEMIT BKIIOYAE AJETO-
Tepanito, HeoHaTaNlbHUM CKPWHIHI, a TakOoX TpaHC-
nraaHTauilo nediHkm Tta HUpoK. Chnig 3ayBaxuTu, O
MeBHi CroAiBaHHA NOKNa[al0ThbCA HA MEAVNKAMEHTO3HE
NiKyBaHHSA L€l NaTosnorii — 3aCTOCYBaHHA HITU3VUHOHY
(Orfadin), skuin € iHri6itopom 4-rigpokcudeHin-nipy-
BaT AerigporeHasun i nonepenxye HakonnyeHHs peyo-
BWH, IKi TOKCUYHO BMIMBAIOTb HA NEYiHKY Ta HUPKMW.

HaBooumo OBa CrnoCTepeXeHHs TUPO3UHEMIT Y
hiTen, aki npoxoaunu OBCTEXEHHS Ta JiKyBaHHS Y

88

BiAiNeHHi Npobiem xapyyBaHHS Ta COMaTU4YHOI NaTo-
norii AiTen paHHbOro BiKY.

CnoctepexeHHa 1. utnHa A., 1,5 poku, AiBYMH-
ka. MocTynunay BipaineHHs npobnem xapyyBaHHS Ta
COMaTU4YHOI naTonoril giten paHHbLoro siky AY "IMAI
AMH Ykpainn" 3i ckapramu Ha cy6debpunbHy Temne-
paTypy, BigcTaBaHHs y Habopi macu Tina, 4acTKOBY
BTpaTy HaabaHux HaBWYOK (nepecTtana camoCTiIMHO
CUAITWN, XOOUTN Ta rOBOPUTK), 3BiNbLUEHHS PO3MIpIB
yepesa. HapogxeHa Big nepLioi BariTHOCTI i3 HOp-
ManbHUM nepebirom (matn CMV -iHpikoBaHa) mMacoto
3400 r, 3picT 52 cM. NpyaHe BUrogoByBaHHA. He amB-
N4NCb Ha Te, WO AMTUHA CTpaxaana Big nepioanvHol
6nt0BOTM 0 3-X MiC. BiKy, AMTUHA 0oOpe po3BMBanacs
Ta Habupana Bary (8,5 kry 7,5 mic.). Big uboro Biky y
OMUTUHKN BiocTexyBanaca cybdebpunbHa Temneparty-
pa, ska TpyManacs npoTarom 2-x Mmic., 36inbwmnucs
po3Mipu 4epesa, AMTUHA nepectana cugitm. Bnepuwe
3pobneHe Y3 y Biuj 9 Mic. BUSHA4YMNO: nediHka 3Hau-
HO 30inblleHa y po3Mipax, kpai opraHa 3aTyrJeHi,
Kancyna ne4yiHku 3BMTa, NOTOBLLEHA OO0 2 MM, na-
peHxiMa HeOOHOPIAHOI CTPYKTYpPU, BU3HAYAKOTbLCS
€XO0MO3UTUBHI TAXi CepeaHbOl iIHTEHCUBHOCTI, SIKi yTBO-
ploloThb "ciTyacTuii” MantoHOK napeHximu (puc.1, 2).
MopTanbHa BeHa He 36inblieHa — 4 MM. CTiHKM 1T He
3MiHeHi. JKOBYHUI MiXyp BMAOBXeEHOI dopmu, y
po3Mipax He 30inblieHuin. MigwnyHkoBa 3ano3a He
36inblUeHa y po3Mipax, KOHTYPW HiTKi, eXOreHHicTb na-
peHximun nigguuleHa. CenesiHka y po3mipax 36inbLue-
Ha 89x31 MM, cTpykTypa oaHopigHa. Hupku 36inb-
LUEHi: NpaBa HMUpKa 72x29 MM, KOHTYP 3BMBUCTWIA; NiBa
HUpKa 77 X 31,7 MM, KOHTYP TakoX 3BUBUCTUIA (prC.3).
MapeHxiMaTo3HUI NpoLIapoK A0 12 MM, eXOreHHICTb
nigsuvLeHa. BinbHa piguHa y 4epeBHii MOPOXHUHI He
BM3HAYaAETLCH.

Puc.1. Exorpama neviHku ANTUHM 3 TUPO3NHEMIEID
(npaBu Kkocwui 3pi3), gaTyunk 5 My, : HEOAHOPIAHICTb
CTPYKTYPU NMapeHXiMn NediHkn
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Puc.2. Exorpama neviHky AUTUHU 3 TMPO3UHEMIEID
(maTumk 8 MICLL): 3BUTICTb KOHTYPIB MNiICCOHOBOI Kancy-
JIN, MHOXWHHI BOTHULLEBI YTBOPEHHS Yy NapeHxiMi opraHa

Puc.3. Exorpama niBoi HUpKU Npu TUPO3UHEMIT
(naTumk 5 Mly). 36inbLIEHHSA PO3MIPIB HUPKK

Mopanblie KhiHiko-nabopaTopHe OOCTEXEHHS
[03BOINNO BUKIOYNTK BipycHuiA (B,C) xapaktep ypa-
XEHHS MeYiHKM, a TakoX xBopoOy lMowe Ta anbda-1-
AHTUTPUNCUHOBY HEOOCTATHICTb, XBOPOOY BinbcoHa—
KoHoBanoBa, MyKoBiCLMA03.

Puc. 4. Exorpama neyiHkn guTnHu 3 TUPO3UHEMIEID
yepeld 3 Mic. nicng NpU3HAYEeHHS NiKyBaHHSA (OaTyunk
8 mI'L): 3BUTICTb KOHTYPIB Kancynm ne4viHky, BUPaxXeHi
®iBpOo3Hi 3MiHK y NapeHximi opraHa

MpoBepeHa nyHkuUiiHa Gioncia neviHku. MNpwu ricto-
NOTiYHOMY [OCHiOKEHHI BionTaTiB BU3HAYEHO MY/bTU-
NnoBynapHUA LMPO3 NeYiHKM Ha GOHI XPOHIYHOroO rena-
TnTy. Peakuii Ha Migb Ta rnikoreH — HeraTuBHi.

MpoBeneHe nabopaTtopHe OOCTEXEHHS nokasasno
3HMXEHHA remornobiHy go 60 r/n, nigBuLWEHHS
Ginipybiny oo 30,0 mkmonb/n, nyxHoi pocdaTtasn Ta
TpaHcamiHa3d y 1,5 pa3u Big HopMU. PiBEHb TUPO3UHY Y
KPOBI NigBuLeHnin y 5 pasis, y cedi — y 6 pasis.

ByB BCTaHOBAEHWI HACTYNHWIA AjarHO3: TUPO3u-
Hemia 1 Tuny, XpoHiyHa popma, LUMpPOo3 NediHkM, BTO-
pUHHA HedponaTia 3 NOPYLUEHHSM KaHaNbLLEBOr o ana-
paty HedpoHa, 3aTpmmMka Gi3nYHOro Ta CTaTOKIHEeTMY-
HOro PO3BUTKY.

Y kniHiui auTuHi 6yna po3pobneHa gieta 3 obme-
KEHHAM TUPO3UHY (Nif4 KOHTPOJIEM BMICTY L€ aMiHO-
KMCNOTU Y KPOBi Ta Cevi), NpM3HayeHi renatonpoTek-
TOopu, npenapaTtu 3anida, BiAHOBAIOBANIbHUNA KypC
NiKyBaHHSA LEeHTpasnibHOI HEPBOBOI cnuctemMun. B npoueci
OVHAMIYHOro CMOCTEpPEeXeHHsa 3a LiEl AUTUHO
BiAMIYEHO NOJINWEHHS HEBPOJIONiYHOT CUMMTOMATUKMN
npu 36epexeHHi exorpadiyHoi KapTUHU LMPO3Y
nediHku (puc.4), cnneHomeranii Ta 3MiH 3 60Ky HUPOK.

CnoctepexeHHa 2. [lutnHa C., aiB4MHKa, Y Billi
6 mic. 3'aBunmcsa ckapru Ha 3aguLlky, 30iNbLUEHHS Ye-
peBa, NaCTO3HICTb HUXHIX KiHLIBOK. BaTbkn — asep-
GanpxkaHLj, KpPOoBHi poamyi (oBotopiaHi 6pat Ta cecT-
pa). AnTnHa Bif ycknagHeHoi BariTHOCTI, nepebir akoi
OyB yCKNIaAHEHWI recTo30M Ta 3arpo30t0 nepeayac-
HOro nepepuvBaHHs. [Monorn LWAgxomM Kecapcbkoro
po3TuHy. Maca Tina npu HapogxeHi 4050 r, 3picT —
583 cm. Y 3-mica4yHOMYy BiUj nicns NaaHoBOI iMyHisau,i
3apeecTpoBaHa KPOBOTOYMBICTb 3 MiCLS iH'EKLLT Ta HO-
coBa kpoBoTeya. 3 nigo3poto Ha IBC-cuHapom antu-
Ha Oyna rocnitanizoBaHa A0 0b6nacHoT nikapHi, ae oy-
10 BCTAHOBJ/IEHO HACTyNHWUI piarHo3: LMB-iHdekuis,
reHepanisopaHa dopma, Baxkuii nepedir 3 ypaxeH-
HaMm LHC, napeHxiMaTo3HUX OpraHiB, CepLeBO-Cy-
OVHHOT CUCTEMU; BHYTPILLIHBLOYTPOOHWIA renaTuT 3 3ar-
pPO30I0 PO3BUTKY LMPO3Y, acuuT, nopTasnbHa rinep-
TEH3isl; BOrHULLEBUIA MiokapauT, kapaionaTia. 3rigHo
3 BMCHOBKOM TiCTOJIONYHOr0 AO0CNIOKEHHS TKAHWHU
nediHku (NpoBeeHa Bioncis NedviHku nig Yac giarHoc-
TUYHOI NanapocKonii) BM3HAYEHO UMPO3 MeYiHKKn
3MiLIaHOoro TMny (MiKpOMakpoOHOOYNAPHWUI). Y nikapHi
NPOBOAMNIOCHA KOMMMEKCHE JlikyBaHHA. BunncaHa po-
[OMY 3a HanonsraHHaM 6aTbkiB.

Yepes micsaub antuHa noctynuna go 4Y "INAI AMH
YKpaiHn" y BaXXKOMy CTaHi A1 YTOYHEHHS AjarHo3y Ta
NiKyBaHHS.

Mpwu ynbTpa3ByKkoBOMY 0OCTEXEHHI opraHiB YyepeBs-
HOT MOPOXHUHN (paTtink 8—10 MIL) BM3HA4YeHO Ha-
CTyMNHe: BiflbHa piAnHa y 4YEPEBHIN MOPOXHUHI Y
3HAYHIM KiNbKOCTI, MediHka 306iablleHa y po3mipax,
Kpali npaBoi YacTku 3aTynneHuin. 3septana Ha cebe
yBary 3HayHa 3BMTICTb KOHTYPIB MEYiHKM Ta NOTOBLUEH-
HS rNiICCOHOBOI Kancynu o 2 MM, BigpOCTKM Bif, KOl
BXOAMNN 6Ge3nocepeiHbo Yy TKaHUHY nediHku. Ma-
peHxima opraHa 6yna HeOOHOPIAHOI CTPYKTYPW, BU3-
Ha4aloTbCA "HIXKHI" BOrHULLEBI YTBOPEHHSA 3 HiTKMMW
KOHTypamMn piameTpom Big 2 0o 6 MM, ski 3alrimanm
NpakTM4HO BeCb oOpraH. lNpwu eHepreTnyHomy [on-
NnepiBCbKOMY KapTUPYBaHHIi BU3HAYAETbCS aKTUBHUN
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KPOBOMJIMH MiX BOFHULLEBMMW yTBOpamMu (puc. 5).
BopiTHa BeHa He 6yna 36inbLUeHOo0, CTIHKW CYAMHN He
noToBLeHi. LLIBUAKICHI NOKa3HUKM KPOBOMAUHY He Oy-
M 3MiHeHUMU. JKOBYHMI Mixyp ckopouveHuii. Ce-
nesiHka 6yna 30inblleHa y AOBXUHY 00 92 MM, eXOCT-
pyKTypa OAHOpigHa; AiaMeTp CeNe3iHKOBOI BEHU —
8 MM. Hupku Takox 36inblieHi y po3mipax: npaBa —
68 x 35 mm, niBa — 70x 39 MM, 3BMYanHOI dopmn Ta
3BMBUCTOIO MOBEPXHEID. [MapeHxiMaTo3HMI LWap Aoca-
raB 12 MM, eXOreHHICTb MOro MopiBHAHO 3 exo-
FEHHICTIO NapeHXiMu ceneaiHky 0yna 306ibLLIEHOIO.

Puc. 5. Exorpama neyiHky guTtmH1 3 TUPO3NHEMIEID
(matyrk 8 mIy): NOTOBLUEHHS KaNCym Ta 3BUTICTb
Kancynu neyviHkun, Gibpo3HNn TSXX BXOAUTbL 40 NapeHXiMu

Mpn  nNpoBeOeHHi  KOMMJIEKCHOrO  KJiHIKO-
BGiOXiMYHOro Ta iIMYHONOrYHOro Oo6CTEeXeHHsa 6yno
BWU3HAYEHO 3HAYHE MEPEBULLEHHS PIBHSA TUPO3UHY Ta
METIOHIHY Yy KpOBI : TMpo3uH — 20,32 Mr% (Hopma —
5,098 Mr%), metioHnH — 23,36 mMr% (Hopma —
1,32 Mr%); y cedi (TmposunH — 26,01 Mr%, mMeTiOHNH —
6,25 Mr% npu Hopmi — 4,3 i 1,5 Mr% BignoBigHo).

I'PYHTYIOUMCL Ha CYKYMHOCTI XapakTepHUX KJliHiy-
HUX Ta OIOXIMIYHMX OaHWX, BCTAHOBSIEHO HACTYMHUN
KNiHIYHMI giarHo3: TMpo3mnHemus | Tuny, roctpa ¢pop-
Ma, MedviHkOBa HeJOoCTaTHICTb, LMPO3, acumT, nop-
TanbHa rinepTeHsia, paxit Il

Batbkam XBOpPOro 3anponoHOBaHO NPOBECTM TPaHC-
NAaHTaLio NeYvyiHK1 ONTWHI, Bif, AKOT BOHU BigMOBUINCS.
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3 HaBegeHuX NPUKNaaiB ynbTPasBykoOBOro obcTe-
XEHHS NPU TakoMy JOCUTb MasioBiJOMOMY 3axBOPIO-
BaHHi, 9K TUPO3MHEMIS, MOXHa 3P0OUTN BUCHOBKMW
npo Te, WO AeTasbHe 06CTeXeHHs NapeHXiMaTO3HNX
OpraHiB 4YepeBHOI MOPOXHUHU HIiTKO ANDEPEHLLIIOE Lm-
POTUYHE YPAXKEHHS MEYiHKN Yy AiTel BiKOM 40 POKY, L0
camMo no cobi Mae HaCTOPOXyBaTK JikapiB, agxe Taki
dOopMM ypPaKEHHSI MEYiHKM BKpan pigkicHi y nepgiat-
PUYHIN NpakTuui. Takox 36inbLUeHHs PO3MIpIB HUPOK,
3MiHa X YyNbTPa3BYKOBOI CTPYKTYPU € BaX/IMBUM
CUMMTOMOM, KU NPUTAMaHHU Uil NaTonorii.
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PE3IOME. [pr1BEeAEHO OMMCOHME ABYX CAYYOEB TUPO3NHEMUM
Yy AeTen A0 road. pur YyABTPO3BYKOBOM MCCAEAOBOHUM OMNpe-
AEASIAVCb MPU3HAKW, XOPAKTEPHbIE AAS LMPPOTUYECKOTO NO-
POKEHWNST NEYEHU: N3BUTOCTb KOHTYPOB OPraHA, YTOALLEHVE
TAMCCOHOBOW KAMCYAbI, HOAUYME MEAKOOYArOBbIX OB6PA30BA-
HWA B NAPEHXMME AMAMETPOM OT 2 MM (MPY MCMOAL3OBAHNN
BbICOKOYOCTOTHOTO  CKOHWMPOBAHWS), 30APErNCTPUPOBAHSI
MPM3HAKK Gpropo3a. MNaureHTam NPOBOAVNAACH MYHKLIMOHHAOS
Broncus neveHn. MNMCTOAOTMHECKNA ANATHO3 — LMpPOTUYEeC-
K1e U3MeHeHus. Y peTert OTMEYOAOCH TAKKE 3HOYUTEABHOE
yBEeAMYEHME PA3MEPOB NOYEK MPU COXPAHEHUN X CTPRYKTYPbI
¥ CeAe3eHKU. AUArHO3 TMPO3NHEMUM BblA YCTAOHOBAEH HO OC-
HOBOHWM MNOBLILLEHWS YPOBHS TMPO3MHA B KDOBW 1 MOYE.

SUMMARY. Two cases of tyrosinemia in children under 1 year
have been presented. The main echographic sings of the di-
sease could be characterized as cirrhotic process in the liver.
The results of liver puncture biopsy have verified the diagnosis
of cirrhosis in both cases. This patients had increase size of
kidneys and spleen. Tyrosinemia have been diagnosed in
both cases by the increased tyrosin level in blood and urine.



