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HACJIEACTBEHHBIE BOJIE3BHU OBMEHA BEIIECTB Y HOBOPOKIEHHBIX-
TUPO3ZUHEMUA

I'aceimoBa E.A., OpymkeBa T.A., I'onbmamenosa JI.A
HUU Ieouampuu umenu K. Dapaoocesoti

Tupo3unemus - TsKeJ0e HACTEACTBEHHOE 3200/ IeBaHe 00MeHA BelleCTB, B OCHOBE KOTO-
POro JIeKMT BPOXKIEHHBbIH JedeKT cuHTe3a (pepMEHTOB, YYACTBYKOIIUX B OOMEHe aMHHO-
KHCJI0THI TUPO3UHA. OCHOBHBIMH CHMIITOMAMM 3200/1eBAHUSA SIBJISIIOTCS MOPa)keHHe NMeYeHu
U MOYeK, a TaAK:Ke YMCTBEHHasi 0TCTAJI0CTh. IIpH OTCYyTCTBUM JieYeHUs] TUPO3UHEMUSI MPH-
BOJUT K JIeTAJIbHOMY HMcxoay. B crarbe mpuBOAUTCS MOAPOOHOE ONMCAHUE KJIMHHUYECKOMH
KAPTHHBbI, TMATHOCTHKH, JeYeHUs] TUPO3MHEMHHN Y HOBOPOXKIEHHBIX, a TAK:Ke KINHUYECKHI

cJIyvaii.

Knioueguvie cnosa: Mmupo3urRemus, HOGOpOchaeHHbZZZ, cenamocnjleHomezaius

HacnencrBennsle 3abosneBaHuss oOMeHa
BELIECTB HOBOPOXKIECHHBIX, OosbllIasi rpymmna
3a00J€BaHUN, XapaKTEPU3YIOUIMXCS TEHEeTH-
YEeCKHU JIETEPMUHHUPOBAHHBIM J1€(DULIUTOM WU
HE/I0CTaTOYHOCThIO  (DEPMEHTHBIX CHCTEM,
Y4acTBYIOUIMX B TE€X WJIM HHBIX OOMEHHBIX
nporeccax. K aroil rpynme 3abosieBaHui,
OTHOCSITCSl 3a00JI€BaHUs, CBSI3aHHBIE C Hapy-
IieHueM oOMEeHa aMHMHOKHUCIIOT, OpraHuyec-
KHX KHCJIOT, YIJIEBOJOB U Ap. [1].

OnHUM M3 TSKENIBIX BPOXKICHHBIX 3a00-
JIeBaHUH, CBA3aHHBIX C HapylIeHHMEM oOMeHa
aAMUHOKHCIIOT, SIBJISIETCS THPO3UHEMMS, pa3-
BUTHE KOTOPOI CBSA3aHO C HEAOCTATOYHOCTHIO
dbepMeHTOB (pymapuianeraraneTasbl, THPO-
3UHTpPaHCAMMHA3bl, 4-THIPOKCUPEHUITUPY-
BaTJUOKCH/Ia3bl, KOTOPbIE OTBETCTBEHHBI 3a
oOMmen tuposuna [2]. Tupo3umH, MOMHUMO
y4acTHsl B CHUHTE3€ aMHHOKHCIOT, SIBISETCS
MPEeIUIECTBEHHUKOM TOPMOHOB HaJINo4ey-
HUKOB (aJpeHaluHa, HOpaJpeHalnHa), Mur-
MEHTOB (MeJIaHHWHa), TOPMOHOB IIUTOBUAHOMN
&Kene3bl (TUPOKCMHA M TPUHOATHPOHUHA),
3,4- nmurunpokcudpenmnananuHa  (JJODA),
KOTOPBIM TpeBpaliaercss B menuartop noda-
MuH. JlopaMuH BBIMOMHSAET POJb HEHPO-
TpaHCMHTTEpA B sApax Mmosra. B pesynbrare
HEJOCTaTOYHOCTU  (PEPMEHTHBIX  CHUCTEM
IIPOUCXOJUT  HAKOIUIEGHHME  TOKCHUYECKUX
MPOJYKTOB MeTaboI13Ma TUPO3MHA B KIIETKaX
[IEYEHHU, TIOYEK, B KOXKE, POTOBUILIE, A TAKXKE B
HEpBHBIX KJIETKaX, YTO B KOHEYHOM HTOre
IIPUBOJUT K YMCTBEHHOM OTCTaIOCTH [3].

99

Knaccugpurkayus.

B Hnacrosiee BpeMs CyIIECTBYET IIECTh
TUTIOB TUPO3UHEMHUIA:

Tupo3zunemus mun |- HacleICTBEHHAs WIH
remaropeHagbHas TUPO3UHEMHs, B OCHOBE
KOTOpOi  JeKUT aeunut (ymapuiamnero-
aleTaTr THAPOJa3bl, BCTPEUAIOTCA OCTpas U
XpoHHYecKast HOpMBI;

Tuposunemuss mun |1- cuagpom Puunepa-
XaHxapTa, pa3BUTHE KOTOPOTO CBSI3aHO C
nedeKToM pacTBOPUMON (GOPMBI  THPO3UH-
TPaHCAMHUHA3HI;

Tuposunemusa mun |ll- pa3BuBaercs B
pesyabTate nedexta TUIAPOKCUPEHUITUPY-
Bataeruaporenassl (I'OILJ);

Mupo3uHo3 - Ka3yHCTUYECKU PEAKoe
aCUMITOMAaTHYE€CKOE  COCTOSHUE, KOTOpOE
COTIPOBOXIACTCSI HAKOIUIGHUEM THUPO3HMHA.
depMeHTaTUBHBIN JeEKT HEM3BECTEH;

MPAau3umMopHas mupo3urHemus HeJA0HO-
IICHHBIX JeTel, BO3HUKAET BCIIE/ICTBUE MHAK-
tuBauun @Il w nmo-Buaumomy, He
ABISICTCA BPOXKICHHON omuoOkoi MeTalo-
JaU3Ma, a OTpakaeT Peaklui0 OpraHu3Ma Ha
WHTEHCUBHOE MOTpebiieHue Oenka;

Xoykuncunypus (hawkinsinuria)- cocros-
HUE, XapaKTepHu3yIleecs SKCKpeluuen Iuc-
TeuHa, oOpasyrolerocs npu Meradbonusme-
TUAPOKCUPEHIIITUPOBUHOTPATHON  KHCIOTHI
(F'®IIK) [1.,4].

dnuoemuonozus.

3aboneBanue BrepBble omucano  U.
Baberucoasr. B 1956 romy. Yacrora BcTpe-
yaemocTH 3aboneBanus cocrasinser 1:100 000
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HOBOPOXJIEHHBIX. O/IHAKO B CEBEPHBIX 001ac-
Tax @Opanmy3ckoit Kanaasl (KBebek) u Heko-
Topeix CKaHIMHABCKMX CTpaHax dYacToTra
BCTpeuaeMocTuTupo3nHemMun tun | Bo3pac-
taeT u cocraiser 1:50 000 HOBOPOXKIEHHBIX
[5].

I'enemuueckue acnekmul mupo3unemuu.

B nacrosiiee Bpemsi MOJIEKYJIsSpHO-TEHE-
TUYECKHE OCOOCHHOCTH PAa3IMYHBIX THUIIOB
TUpPO3UHEMHH  u3ydatorca. s TuposuHe-
muii Tunos |, I, Il xapakrepen ayrocomuo-
pELIECCUBHBI THUIl HaclienoBaHus, T.e. 25%
JeTedl JBYX KIMHUYECKH 3JI0POBBIX POIH-
Tenel (reTepo3uror), OKa3bIBAIOTCS 3a00J1eB-
mmmu. ['en tupozunemun tun | (OMIM#
276700) nokamuzyercs Ha Xpomocome 15
(perumon 15q 23-25); tuposunemun tum |l-Ha
JUIMHHOM IIJIe4e XpPOMOCOMBI 16 (j1okyc 16 ¢
22.1-922.3) [3,5].

IHamodgpuzuonozcus.

[Tocnennum (epMeHTOM, yJaCTBYIOIIUM B
MeTabonu3Me TUPO3HHA, sBiseTca Gymapu-
JameroaneTar THApOias3a, BCIeACTBHE (dep-
MEHTaTHUBHOTO JedeKkTa KOTOPOro Mpouc-
XOIMT HAKOIJICHWE B TKaHAX (yMapuiIaneTo-
alierara, Maleusaleroalerara, CyKIHUHUTIA-
LIETOHA, CyKUuHuWiIaneroanerara. Ilepeunc-
JICHHbIE METAa0OJIMThl HAKAIIUBAasCh, OKA3bl-
BalOT TOKCHUYECKOE JIEHCTBUE Ha KIETKHU
MEYeHH U TMPOKCHUMAIbHBIX MOYEYHBIX Ka-
HAJIBLIEB, BIMSS Ha MPOIECCH KaHAJIbIIEBON
peabcopOuuu. B Toxe BpeMs NPOUCXOAMUT
BTOPUYHOE MHTHOUpOBaHUE psisla PEPMEHTOB,
9YTO TPHUBOJUT K 3HAYUTENBHBIM OHOXHUMHU-
YeCKUM paccTpoiicTBam [2,3,6].

Knunuka u ouaznocmuxa.

CumnToMbl OOJIE3HW YNANOCh BBISIBUTH
yTeM HaOJI0ACHUs 3a 3a00JIeBILIUMH JETbMHU
B KaHAQJICKUX CEMBbSX (hPaHILy3CKOTO IMPOHC-
XOXJIeHUs. Y HUX 3a00JeBaHUE MPOSBISIETCS
spde, 9eM y JIeTeH IPYruX HAMOHAJIBHOCTEH.
Knuauueckue  mposiBieHus — Ooje3sHH Y
peOeHKa BBISBISIIOTCS B BO3pacTe 2-X HEJelb,
a uHoraa B Bo3pacte | roga. Ilpu panHem
MPOSIBJICHUU THPO3MHEMHH TIPOTHO3 XYKE,
yeM mpu Oonee mo3aHeMm. Ecnu y peOenka
MPOSIBIIIMCH CUMIITOMBI B BO3pacTte 10 2-X
MecsueB, To B 60% ciayyaeB 1eTH yMUparoTHa
MEPBOM TOAY JKU3HHU, €CITU Ke  KIWHUKA
IpOsIBUIIACh TOcie 6 MecsueB, TO JIeTallb-
HOCTBh cocTaBisieT Toyibko 4%. Ilpu octpoii
(HeoHaTanbHOl) ¢dopMe THUPOIUHEMHH THII
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InpucyTcTBYIOT NpU3HAKM HEHPOTOKCHKO3a,
MBIIIEYHON THUMOTOHUM, Tuneprepmusd. OT
MaJsblllla MOJKET OIIYIIAThCA 3amax BapeHOH
KallyCTbl 110 IPUYMHE HAKOIUICHHS B
OpraHu3MemMeTadoIuTOB MeTHOHMHA. Kpus
TUPO3MHEMHHN Yalle BCEr0 BO3HUKAET CIIOH-
TAHHO, MOpPaXEHHWE IEYEHU  IPOSBIAETCS
pPa3BUTHEM acLUTa, IPOJOHIMPOBAHHOMU KeJl-
TyXOM, TIeNaToCIVICHOMETalue, pPa3BUTUEM
IICYCHOYHON HEIOCTATOYHOCTH, 3aBepLIaro-
LIEHCs CMepTeNbHbIM HUcxonoM. Ilpu mocru-
KEHUHU peOEHKOM JIByX JIE€T Yy HEro pa3BU-
BaeTCS pak IeueHu U 1uppo3. KapuuHoma
IICYCHU NpU TUPO3MHEMHH pa3BUBacTCs B 37
ciydasix u3 100. IIporno3 octpoit ¢opmbl
00Ie3HM  Ype3BbIYAMHO  HEOJIAronpHsTEH.
CymecTByeT Takxke XpoHHYecKas (opma
TUpO3uHeMHHU THM |, ¢ Gonee mo3aHed MaHU-
(ecrarueit cuMITOMOB U 00JIee JIETKHM Teue-
HUEM, HO C OCTPBIMH IpHUCTyIamMu nepude-
puyeckoi nosmHeponatuu [4,7].

IIpy  OMOXMMMYECKOM  HCCIIEIOBAaHUU
KpPOBH Y OOJIbHBIX C THPO3UHEMHUEN OTMEYAIOT
TUIIONPOTENHEMHIO, TUNEPOUTHPYOMHEMUIO,
NIOBBIIIIEHNE YPOBHA 0-(peTompoTenHa, CHH-
KEHUEe coJepxkaHus nporpomOuHa. B xpoBu
TaK)K€ ONpPENENsIeTCs IOBBIIIEHUE YPOBHS
TUPO3UHA, (EeHWIANaHuHA U METHOHMHA.
VBenuueHna mnodeyHas skckpeuus N-ameru-
JATUPO3UHA, CYKIMHWJIALETOHA, CYKIMHWJIA-
neroauerata , 4-ruIpoKCU(PEHIIT MOJIOYHOMH,
0 -aMHHOJIEBYJIEHOBON U 4-ruapokcudeHu-
MMAPOBUHOTPATHOM  KHCIOT.  XapaKTEepHBI
HapyLIeHUs MUHEPAIbHOTO OOMEHa: MOBBIIIe-
HUE AaKTHUBHOCTM MLIENOYHOM Qocdarassbl,
CHIDKEHHE cojiepxkaHus ¢ocdopa B KpOBH.
OO6pamaer BHUMaHHWE HEOOBIUHBINH 3amax
MOYM-TUIIA «KUIIAIIEH KanycTel». B nenko-
uuTax u GuoOpobnacrax CHUKEHA aKTUBHOCTD
¢dbymapunaneroanerassl. Y31 BHyTpeHHUX Op-
raHoB OOHapyXMBAaeT 3HAYUTEIBLHOE YBEJU-
YEHHE I1EUEHH, TOBBIIIEHUE DXOIE€HHOCTH €€
MapeHXUMbI, MpU3HaKu (HuOpo3a U KUPOBOI
UHOWIBTPALUU, HaJIMYHEe MHOKECTBEHHBIX
Pa3IMYHOIO pa3Mepa TMIIOAXOTE€HHBIX Y3IIOB.
[loukn Takxke yBeNIWYEHBI B pa3Mepax, C
YTONIIEHHBIM KOPTHKAIbHBIM CJIOEM. XO-
Kapauorpadus HepeaKo BBIABISET THIIEPTPO-
¢buyeckyro kapauomuonaruto. [Ipu pentreno-
JOTMYECKOM  HCCIEIOBAaHMM  TPyOYaThIxX
KOCTEHl ONpeAensitoT OCTEONEHHUI0, Hapy-
IIEHWE 30H MpeIBaAPUTEIBHOTO OOBI3BECTB-
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JIEHUS], PACIIMPEHUE U HEPETYJISIPHOCTb 30H
pocta, ykopoueHnue meradu3zos [1,2,7].

Haubonee n0CTOBEpHBIM METOJOM JHar-
HOCTUKU TUPO3MHEMHHM, SBISETCSA >KUIKOCT-
Hast xpomarorpadusi / Macc-CreKTpOMETPHS,
KOTOpasi TO3BOJISIET ONPEAEIUTbh IPOAYKTHI
oOMeHa TUPO3UHA B KPOBH.

Bospact, mpu KOTOpPOM MpOSBISAIOTCS
IIEPBbIE KIMHUYECKUE CUMITOMBITUPO3UHE-
vuu tun |l (cuagpom Puunepa—Xanxapra)
BecbMa BapuabeneH (OT HEOHATAIBHOTO 0
IIOJIPOCTKOBOI'0), yallleé BCTpeyaeTcs B BO3-
pacre 1-4 ner. Dto 3a0o0neBaHUE TaKXKe MPH-
HQJIKUT K ayTOCOMHO-PELECCUBHBIM U
IIPOSABIISIETCS. 3PO3USIMH POTOBULIBI (HAIIOMU-
HAIOIIMMHU TepIiec), 30HaMH TUIepKeparos3a
Ha CTOIAaxX M JIQJOHSX, 3aJIepPKKON MCUXHUyec-
KOro pa3BuTusi. PaHbllle U3MEHEHUI Ha KOXe
MOSIBIISAIOTCS.  00JIb W MOKPAaCHEHHWE TJias,
cle3oTeyeHue U O0si3Hb CcBeTa. B mepsble
MecCsbl JKU3HU peOEHKa MOSABISAIOTCA I10B-
pexxaeHuss poroBulibl. OHH HMMEIOT CBS3b,
MIPENIIOJIOKUTEIBHO, C OTJIOKEHUEM THPO3U-
Ha. Baxxna nabopaTopHast [uarHocTuka, KoTo-
pasi BBISBISIET BBIPAKCHHYIOTUIICPTUPO3UHE-
Mmuto (20-50 mr%) u tuposunyputo. Crnemyet
OTMETUTh, YTO TUPO3UH €IUHCTBEHHAs aMu-
HOKHCJIOTA, KOTOpas IOBBIIIAETCS B MoOue
yaerei ¢ 3TUM TUIIOM OOJIE3HU, B TO BpeMs
KaK, YPOBHHU COJEp)KaHUs APYrUX aMUHO-
KHCIIOT OCTalOTCSI HOPMaJbHBIMHU, (QYHKIIMH
MIEYEHU U TIOYEK He cTpagaror [3,8].

Tuposunemus tun IlI- Bapuant 6omnesHu,
KJIMHUYECKH TMPOSBISAIOMIMICS Ha IEpPBOM
roay >KM3HM (OOBIYHO TO MCTEYEHHHM HEO-
HaTaJbHOTO MEpUO0Jia) B BUJIE HEBPOJIOTHYEC-
KOH CHMITOMAaTHKU - CYIOpOr, aTaKCuH,
TeMUIIAPE30B, MBILIEYHON THIIOTOHUH, 3a4€p-
KW TICUXOMOTOpPHOTO pa3Butus. Jns auar-
HOCTUKU HY)KHO BBISIBUTH TOBBIIIEHHE THPO-
3MHa B KpOBH, HaJIU4YMEB Moue 4-TUIpo-
KcueHwImupyBara u ero merabonurtos (4-
TUIPOKCU(PEHIWIMOIOYHON U 4-TUIPOKCHU-
(EeHUITYKCYCHON KHCIOT) M HHU3KYI0 aKTHB-
HOCTh  4-THIPOKCU(PEHUITUPYBATANOKCHUTE-
Ha3pl B OuonTarax neueHu.B kiamHM4eckoi
MpaKTUKE 3a(pUKCUPOBAHO BCEr0 HECKOIbKO
ciyyaeB Tupo3unemun tai 1.

Jleuenue.

[lo nmaHHBIM JUTEpaTyphl, Ui JICYCHUS
TUPO3UHEMHUUTHIT |, B 3apyOexHBIX cTpaHax
uMeeTcsl OmbIT MpuMeHeHus npemnapata NT-
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BC  (2-murpo-4-TpudmoopoMeTHaOeH30MI-
1,3-nMKI0OTeKCaHEIMOH),  MPENSATCTBYIONTUI
BbIpaboTKe (ymapunaneroanerata [4,8]. B
CIJA i 7je4eHus TUPO3ZUHEMHHU  THII
INTBC BBenen B pyrunyo npaktuky ¢ 2002
roga. B EBporie nepBbiM 0100peHHBIM JIEKap-
CTBEHHBIM IIPENapaToM [yl JICUEHUsI HaCIE]l-
CTBEHHOM TuposzuHemuu THn |, ncnomnab3yercs
TOT K€ Ipenapar, 1o TOProBbIM Ha3BaHUEM
— autusunon (Nitisinone). Cuenyer, ogHako
ormetuth, 4to NTBC »sddextuBen npu
BBISBJICHUM 3a00JI€BaHUs y JIeTel Ha IepBOM
rogy xu3Hu. [lo mgaHHBIM M. Ashom,
A.Masurel-Pauletu coasr. (2008), NTBC wuc-
nosib3yercss B ®PuunsgHanu . @panuuu. C
2009 roma HutH3uHOH (opdamuu™) 3aperuc-
TpupoBaH U JnoctynnieH B P®. K apyrum
METO/1aM Tepanuy TUPO3UHEMUUTHI I, MOXKHO
OTHECTH  JIUETOTEpAlNIO, MCIIOJIb30BaHHE
reMo/idain3a W TPaAHCIJIAHTALMIO [I€YEHH,
OCTaJIbHBIC JIeYeOHBIE METOIUKHU SIBIISIOTCS
CUMIITOMAaTH4YECKUMHU.

g neyenust TuposuneMun tun |, BaxHO
UCKJIIOUUTh W3 pallMOHAa MPOAYKTHI C THPO-
3MHOM, 4YTOOBI HOPMAaIHW30BaTh OWMOXUMH-
YecKHe MO0Ka3aTesd, IPU 3TOM MOBPEKICHUS
KOXKH Tpoxonsat Obictpo. Heobxommmo, kax
MOYKHO paHblIe NepeBeCTH PeOeHKa Ha TaKylo
TUETy, JUIsl MpO(UIAKTUKH YMCTBEHHOW OT-
CTaJIOCTH.

[Ipn neuenun tuposmnemuun tun Il u3
palMoHa MCKIIIOYAKOT TMPOAYKTBI, COAEpKa-
e (peHunaNaHuH ¥ TUPO3UH, JOOABISIOT
onpeneneHHslie 10361 BuTamuna C [1,2,5,8].

Huxe mnpuBonuM omnucaHue KIMHUYEC-
KOr0 HaOJIOJIeHUs 3a HOBOPOXKIACHHBIM C
TUPO3UHEMHUEH.

Lensto ommcaHus sBIAETCS O3HAKOMIIE-
HUE C KpailHe TsKelbIM 3a00JjeBaHUEM O00-
MEHa BEIIECTB M HEOOXOAMMOCTH CBOEBpE-
MEHHOM NMOCTaHOBKH JINAarH03a U JIeYEHUsl.

bonbnas A.J1.,18.08.2017 rona poxnenus,
MOCTYNMJIa B OTHEJICHHE peaHuMaluu |
nHTeHcuBHOW Tepanuu HHWW  Ileguatpun
nmenu K.@apamxeBoii B Bo3pacte 1 mecdia 2
naHei. Anamnesis vitae: peGeHOK OT TepBoi
OepeMeHHOCTH, TEepBBIX po/IoB. Bo3pact Mma-
tepu 36 net, Bo3pacT orua-39 ser, Opak He
poactBeHHBIN. Poapl Obutn B cpok, Ha 38-0i
HEJEeNIN FecTallly, Macca Tejla MPU POKIECHUU
coctaBuia 2600 r., mmua 49 cm. Pebenok
ponuics ¢ oueHkoW mo mkamne Amrap 7/8
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O0amioB. PeOGeHOK B  yIOBJIETBOPUTEIHLHOM
COCTOSIHMH OBLT BBIIMKCAH JIOMOM Ha 5-€ CYyTKH
KU3HHM, HAXOJUJICS HA CMEIIAHHOM BCKapM-
JUBaHUU.

Anamnesis morbi: Ha 25 cyTku xu3HH
COCTOsIHME peOeHKa YXYIIIUIOCh, MOsSBUIIACH
BSUIOCTh,  aJMHAMHYHOCTb, HWKTEPUYHOCTH
KOXHBIX TIOKPOBOB, PBOTA, B3/1yTHE KUBOTA, B
CBSI3U C YeM peOeHOK ObUT rOCIUTATN3UPOBAH
B YAaCTHYIO KIWHUKY, TJe NpoObUT 8 JHEH.
Bcenencreue HanuuMs ApIXaTelbHOM HEQOCTA-
TOYHOCTH PEOCHOK OBUT 3aMHTYOMpOBaH |
MepeBe/IeH Ha MCKYCCTBEHHYIO BEHTUJISLIUIO
nerkux (MBJI). beuia mpoBeneHa KOHCYIIb-
TalMs XUpypra W Ha3HaueHa JAHArHOCTH-
yeckasi JarmopoCKOIUs C MOCIEIYIOIIUM JIpe-
HUpPOBaHWEM OpIOLIHOM  TOJIOCTH, OBLIO
BbIBeZeHO 0 280 MJI. aCLIMTHOW >KUIKOCTH.
PeGeHok OBLT TIepeBeleH Ha IMOJHOE TMapeH-
TepalibHOEe MUTaHue. B TuHamMuKe COCTOSHUE
pebeHKa HECKOJBKO YIyUYIIHIOCh, BOCCTaHO-
BUJIOCH CIIOHTaHHOE JAbIXaHHEe, PeOEHOK ObLI
IKCTYOMPOBAH M TIEPEBENICH Ha DHTEPATBLHOC
6e3nakTo3Hoe nuranue. B Bo3pacre 1 mecsia
2 nHeW cocTosiHWE peOEeHKa BHOBH yXY/IIIIN-
Jmock, 1 OoH Obul nepeBenenB HUU Ilennat-
pun nmenun K.dDapamkeBoll M NOMELIEH B
OTJEJICHHE peaHuMallMl W HMHTEHCHUBHOM
tepanuu. [lpu MOCTyIUIEHMH  COCTOSIHHE
pebenka kpaiiHe Tsokenoe. Co3HaHHME HeE
SICHO€, peOEHOK BSUJIBIM, CTOHET, OTCYTCTBYET
cocaTeNbHBI pedIiekc; KOXKHBIE TMOKPOBBI
UKTEPUYHBIC, OTMEYAIOTCS MHKPOIUPKYJIs-
TOpHBIE HapylIeHus U ckiepema. [[pixaHue
YYaIlleHHOe, OTMEYAeTCs Yy4YacTHe B aKTe
JBIXaHUS BCIIOMOTATENbHONH MYCKYNATypHhI,
ayCKyJIbTATUBHO JIBIXaHUE TPOBOAUTHCS PaB-
HOMEpPHO, XPUIIOB HET; TOHBI CepJlla TMPHT-
JYWIECHBI; XWUBOT HANPSDKCHHBIA, B3IYyTHIN,
OTCYTCTBYET IIyM MEPUCTATbTUKU KHUIICUYHU-
Ka, OTMEYAETCsl aclUT W TenaToCIIeHOMera-
JIUsl; MOYEUCITYCKaHKEe ¢ MTOMOIIbIO KaTerepa,
OoTMeUYaeTcs TemaTypus, axkT jaedexanuu
Mpou3BOJIbHBIN. B Teuenuwe Bcero mnepuoaa
rocTUTaIN3aul peOeHOK ObUT 00CieI0BaH
C TOMOINBI NabOPATOPHO-UHCTPYMEHTAIb-
HBIX METOJIOB MCCJICIOBAHUS.

Obwuti ananuz xposu: remMornodbun - 94
r/n, remMatokpuT -28,4%; OSPUTPOLUTHI -
2,98*1012/J1, nevkouutel- 15,5*10° /1, Tpom-
OOLIUTHI- 107*103/J'I; Buoxumuueckuui ananuz
Kpoeu. aMMHuak- 95,6 MKMOIIb/T (TIOBBIIIEH);
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MOYEBHHA-3,3MMOIIB/T; KpeaTHUHHH - 17 MK
Monb/1; anboymuH- 34 t/m; ALT-93,6 (1mo-
BeimieH); U/L; AST-51,6 U/L (moBbluieH);
QQT-12,4U/L (nopma); LDH-397,4U/L (mo-
BBINICH); Kaibliui -0,84 MMOIB/T (CHUXKEH);
HaTpuii- 146,2MMoub/i1; Kamid-2.19MMOomb/1
(cHmxkeH); MarHuil -1.2MMonb/11 (CHMKEH);
o6 ounupyoun — 410 Mk MoJb/1 (TTOBBI-
IIeH, U3 HUX NpsAMoi Omnu-pyoun — 270 mx
MOJIB/JT; HempsiMoi Ounmupyomn — 140 Mk
Moutb/1); CPB - 6,06 Mr/it; IpoKaabIIUTOHUH -
2,33 Hr/mi1 (TIOBBIIICH);

Koazynoepamma: npoTpOMOMHOBBIA HH-
neKc-26,6 c.; mpoTrpoMOMHOBOE Bpems- 2,33
c.; AUTB-47,8 c.

Jlis  MCKIIIOYEHHUs BPOXKIECHHOTO THUIIO-
TUpeo3a OBUIM TPOBEPEHBI TOPMOHBI: TSH-
TUPEOCTUMYIUPYIOIINI TOPMOH ObUT CHUYKEH
1o 1,058 1U/ml; ceoGoaubiii T4-B HOpME.

Kucnomno-ocnosnoe cocmosinue «kposu:
BBIPQKEHHBIN JEKOMIIEHCUPOBaHHbBIN MeTabo-
JUYECKUN aruao3.

Iloceg Kpoeu: CTEpUIBHBIN.

Obwuii  ananuz Mouu: TBET-KEITHIN;
pO3pavyHOCTh- MYTHas; IUIOTHOCTH-1025;
pH-5; ©6enok-0,75 r1/1; KETOH-OTCYTCTBYET;
JIEMKOLIUTHI-7-8 B I1/3.

Obwuti ananus xana B Ipeaenax HOPMBbI.

Heuvpoconoepagus: MEKIIOJTyIIapHast
HIeNb 10 2 MM. ; OOKOBBIE KENyI0UYKU: OOKO-
BblE pora cmpaBa-6 MM., cleBa-6 MM.;
OYaroBbIX U3MEHEHUN BBISBICHO HE OBLIO.

Y3U opeanos OprowHoti nonocmu TmoKa-
3a]l0 CKOIUJIEHHE IKHJAKOCTH B OpIOIIHOM
MOJIOCTH; TIEYeHb pa3Mephl M DXOTCHHOCTH
MapeHXUMbI B HOPME;

TOYKU - pacrojoxkeHue,popma, pazmepbl
B HOpME.

Oxoepaghuueckoe uccredosanue cepoya
OTIpEeACNUIIO0: HEIOCTATOYHOCTh MUTPAIBLHOTO
kinanana |l cremneHu;Heq0CTaTOYHOCTD TpU-
KycnuaanepHoro Kiamana |l crenenu; awms-
TallMI0 JIEBOTO ¥ TPABOTO TPEACepIuii;
OTKPBITOE OBAJILHOE OKHO-3 MM.

Ha penmeenocpaghuu opranoB rpyaHon
TOJIOCTH TIATOJIOTMYECKUX W3MEHEHUH BBISB-
JIeHO He ObLIO.

Ha ocHOBaHWM KIMHUYECKOTO HaOIOje-
HUS W TPOBEJCHHBIX J1a00PATOPHO-HHCTPY-
MEHTAJIBHBIX METOJOB HCCIEIOBAaHUS OBLI
BBICTABJICH KJIMHHYECKWU nuarao3: Cericuc.
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Acmur. Hacnencrsennas  0oJie3Hb 0oOMeEHaA
BenecTn?

JUig BBISIBIEHUS HapylIeHUH MeTadou3-
Ma aMHHOKHCIOT ¥ AalMJIKapHUTHHOB, Opra-
HUYECKUX KHUCIOT ¥ Je(PEeKTOB MHTOXOH-
JIPUATIBLHOTO [-OKHCIEHUS >KUPHBIX KHUCIOT
WCIOJIb30BAIM METOJ] TaHACMHON MacC-CIeK-
tpomeTpun (TMC). AHanu3 cekTpa aMHHO-
KHCIIOT TUIa3Mbl MOKa3all YBEJIMUYEHUE CONep-
KaHUS TaKUX AaMHUHOKHUCIOT, Kak ¢ocdo-
cepuH, TaypuH, (ocPoITaHOIAMUH, TPEOHHUH,
CepUH, TJIOTAaMUHOBAs KHCIOTa, TJUIMH,
QJIaHWH, BAJIWH, [IUCTUH, MCTHOHUH, U30JICH-
UWH, THPO3UH, (EHWIATaHUH, TUCTHU]IUH,
OPHUTHH, JH3UH. AHaINU3 CIEKTpa OpraHH-
YeCKUX KHCIOT MOYHM TIOKa3al yBEIWYCHHE
CoJIepKaHUsl MOJIOYHOM, TJIMKOJIEBOM, 4-
TUIPOKCU(PEHUITTUPOBUHOTPAHON, ATHIMA-
JIOHOBOHM, METHJICYKIIMHHJIOBOM, CYKIIMHUIIA-
[IETO YKCYCHOW KHCIIOT, (pyMapuiianero-are-
TaTanmupyBaTa, CyKIIMHUJIAICTOHA.

Ha ocHoBaHMM MONy4e€HHBIX pPE3yJIbTaTOB
pebeHKy OBUT IOCTABJICH IHArHO3 MUPO3U-
Hemusi mun | .

PebeHky ObUIO Ha3HAUYEHO KOMILJIEKCHOE
JIeYeHHe, BKITOYaroliee NHPY3HOHHYIO, aHTH-
OakTepuanpHyto, pecrmpatopHyto (MBJI, B
pexume SIMV) u remocrarnueckyro Tepa-
nuto. PeGeHOK Haxonwics Ha MapeHTepallb-
HOM ITUTaHWHU, 0€3 BHYTPUBEHHOTO BBEICHUS
aMHHOKHUCIIOT. HecMoTps Ha NpOBOAUMYIO
TEpalui0 COCTOSIHHE pPEOCHKA B JTUHAMUKE
YXYIIIaJI0Ch, pa3BUJICS CHHAPOM HOJIHOpPraH-
HOW HEIOCTaTOYHOCTH, BCJCICTBHE YETO
pebenok ymep B Bo3pacte 1 mecsma 16 mHer.
[TaTonoroanaromuueckasi TPUYHMHA CMEPTH
pebeHKa ycTaHOBJICHA HE OblIa, B CBS3H C
OTKa30M POJIUTEINICH OT BCKPBITHSI.

TakuMm 00pa3oM, y4HUTHIBasI TSHKECTh HAC-
JICICTBEHHBIX 3a00JIeBaHUII OOMEHa BEIIECTB,
IPOBE/ICHNEe HEOHATAIBHOTO CKPUHHUHTa HO-
BOPOJXKJICHHBIX METOJOM TaHIEMHOH Macc-
CTIIEKTPOMETPUN MMEET BAXHOE 3HAYCHUE IS
pPaHHEro BBISBJICHUS U JICYCHUS ITUX 3a00JIe-
BAHUM.
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XULASO

YENIDOGULANLARDA iRSi METABOLIK
XOSTOLIKLOR - TIROZINEMIiYA

Qasimova Y.A., Orucova T.A., Giilmommoadova L.9.
K.Y.Faracova adina Elmi-Tadqgiqat Pediatriya Institutu

Acar sozlar: tirozinemiya, yenidogulan, hepatosplenomeqaliya

Tirozinemiya - tirozinin par¢alanmasinda istirak edon fermentlordon birinin ¢atismazlig
noticosindo yaranan ciddi bir irsi metabolik xostolikdir.Tirozinemiya zamani xostolords tirozin
amin tursusunun orqanizmdos toplanmasi naticosinds qaraciyar vo boyroklorin zodslonmasi, eloco do
oqli gerilik inkisaf edir, miialico olunmadiqda xastalik 6liimlo noticalona bilor. Magalado tirozine-
miyanin klinikasi, diagnostikasi, miialicasi va klinik hadiss toqdim olunur.

SUMMARY
HEREDITARY METABOLIC DIiSEASES OF NEWBORNS-TYROSINEMIA

Gasimova Y.A., Oruchova T.A., Gulmammadova L.A.
Scientific Research Institute of Pediatrics

Key words: tirozinemia, newborns, hepatosplenomeqalia

Tyrosinemia is a genetic disorder characterized by disruptions in the multistep process that
breaks down the amino acid tyrosine that lead to the predominant lesion of the central nervous
system, liver, kidneys, vision, skin and mental retardation,depending on the type of illness. In the
absens of treatment, the disease leads to death. This article presents the clinical picture, diagnostic
methods, treatment and clinical case of newborn patient with tyrosinemia.
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