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PE3IOME. Tupo3un — apomaTtuueckas anb(a-aMHHOKUCIIOTA, TTOJIydaeMasl U3 MHUILEBOro Oe-
Ka U CHHTE3HMpyemas SHJOreHHo u3 (enunananuHa. TuposuHemus | Tumna mpenacrasisier coOoi
peaKoe TeHEeTHYECKH OO0YCIOBIICHHOE METa0OIWUYecKoe 3a00JieBaHME, KOTOPOE MPH OTCYTCTBHH
CBOEBPEMEHHOHN AMATHOCTUKH M JICYEHUS] IPUBOAUT K IPOrPECCUPYIOLIEMY MOPAKCHHIO NIEYCHH,
dopmupoBannio rUnopochaTeMHUECKOTO paxuTa, peHaJbHOH TyOyJIomaTHH, a TakKe TSKeIOH
HEBPOJIOTHYECKONH CUMITOMATUKH. [I[pU4rHa THIIEPTHPO3MHEMUN — HACIIEACTBEHHBIC ASOUITUTHI
(dbepMEeHTOB, yUacTBYIOLUX B pacnaje 3TOil aMUHOKUCIIOTHI, B PE3yJIbTaTe 4ero MeTaboau3M THU-
POKCHHA MJICT aIbTEPHATUBHBIM ITyTEM C 00pa30BaHHEM BHICOKOTOKCHYHBIX COelMHEHUH. YacToTa
TUPO3MHEMHUH B PA3JIMYHBIX MOMYJIAnusIX kojeOnercs B mpeaenax 1:100-200 Teic. )KMBBIX HOBO-
poxkaeHHbIX. Tupo3uHemus | THa BO3HUKAET B pa3Hble BO3pACTHBIE TPOMEXKYTKH — OT PaHHETOo
HEOHATaJILHOTO TIeproaa (Hanbosee arpeccuBHas popma) 10 IIKOJIBHOTO Bo3pacTa (MEIJICHHO IIPO-
rpeccupytoee 3adoneBanue). Bcem nanuenTaM ¢ KIMHUYECKUMH U OMOXUMUYECKMMHU JaHHBIMH,
XapaKTEPHBIMU ISl THPO3MHEMHUH, TPOBOAUTCS TEHETHYECKOE UCCIIE0BAaHNE HA MyTallUl B F€HE
FAH. ®epmenTO3aMeCTUTENbHASI TEpaIUs JOJHKHA HAYMHATHCS Cpa3y Mocie BBISBICHUS BHICOKOTO
YPOBHS CyKLMHUJIALETOHA B KPOBU UJIM B MOYE, HE JOXKMIAsCh F€HETUUECKOr0 IOITBEPKICHHUS,
YTO 00€ecIIeunBaeT COXPAHHOCTh IEYCHU U NOYeK. JleueHne, HauyaToe B IEPBBIC MECSIIBI-TOIbI )KH3-
HU, CHIDKACT PUCK PAHHErO Pa3BUTHS IeMaTOLEIUIIONAPHON KapuuHoMbl. Habmronenue ocymiect-
BJIETCA 3a BCEMM MallMEHTaMM ¢ THPO3MHEMHEH M BKIIOYaeT B ce0s ornpeneieHre aKTUBHOCTH
MEYCHOTHBIX (hepMeHTOB, anbdha-deronporenna (ADII), MONHBIA KIMHUYESCKUN aHATW3 KPOBH,
OLICHKY YPOBHSI aMMHOKHUCIJIOT B KPOBH M Moue. KOHTPOJIb MOBOIUTCS €XKEMECSYHO B TEUCHHE
NepBOro roja Tepanuy, a 3aTeM KaxkJple 3 Mecsaua. BaxHo cienuts 3a nokazarensimu ADIL, npu
MOBBIIIEHUH HEOOXOAMMO MPOBECTH YJIBTPa3BYyKOBOE MCCIEOBAHME U MarHUTHO-PE30HAHCHYIO
TOMOTrpa(uIo MEeYEHU JJIsI UCKIIFOUSHMSI TelaTOKapLUHOMBL. [IJ1s1 CBOEBPEMEHHOM NMAarHOCTUKU U
Hayaja Teparnuu HeoOX0JUMO MOBBILICHNE YPOBHS 3HAaHUI Bpaueil B BOMpocax HapyLIeHUH oOMe-
Ha BEILIECTB, B Y4CTHOCTH AMUHOKHCIIOTHI THPO3UHA C LEJIBIO YIyUIICHHs TUarHOCTUKH, PAaHHETO
Ha3HAYEeHMS MATOT€HEeTUYECKON Teparuy 1 TOBBIIIEHN Ka4yecTBa JKU3HU JIeTel ¢ THPO3UHEMHEH.

KJIUYEBBIE CJIOBA: kiuHW4YecKHi clyyal; THpPO3MHEMUs; (yMaprialeToanerasa;
rermaToMeranns; runodocharemMuaeckuit paxur; ansha-deronporens; TUPO3UH;
CYKIMHIJIANETOH; HUTU3WHOH.
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ABSTRACT. Tyrosine is an aromatic alpha-amino acid derived from dietary protein and syn-
thesized endogenously from phenylalanine. Tyrosinemia type I is a rare genetically determined
metabolic disease that, if not diagnosed and treated promptly, leads to progressive liver damage,
hypophosphatemic rickets, renal tubulopathy, and severe neurological symptoms. The cause of
hypertyrosinemia is hereditary deficiencies of the enzymes involved in the breakdown of this
amino acid, as a result of which the metabolism of thyroxine proceeds in an alternative way with
the formation of highly toxic compounds. The frequency of tyrosinemia in different populations
ranges from 1:100-200 thousand live newborns. Tyrosinemia type I occurs at different age in-
tervals, from early neonatal period (the most aggressive form) to school age (slowly progressive
disease). All patients with clinical and biochemical findings consistent with tyrosinemia. genetic
testing for mutations in the FAH gene. Enzyme replacement therapy should begin immediately
after a high level of succinylacetone in the blood or urine is detected, without waiting for genetic
confirmation, which ensures the safety of the liver and kidneys. Treatment initiated in the first
months to years of life reduces the risk of early development of hepatocellular carcinoma. Mon-
itoring is carried out for all patients with tyrosinemia and includes the determination of the ac-
tivity of liver enzymes, alpha-fetoprotein (AFP), a complete clinical blood test, an assessment of
the level of amino acids in the blood and urine. Monitoring is carried out monthly during the first
year of therapy, and then every 3 months. It is important to monitor the AFP levels, with an in-
crease, conduct ultrasound and MRI of the liver to exclude hepatocarcinoma. For timely diagnosis
and initiation of therapy, it is necessary to increase the level of knowledge of doctors in matters
of metabolic disorders, in particular the amino acid tyrosine, in order to improve diagnosis, early
appointment of pathogenetic therapy and improve the quality of life of children with tyrosinemia.

KEY WORDS: clinical case; tyrosinemia; fumarylacetoacetase; hepatomegaly;
hypophosphatemic rickets; alpha-fetoprotein; tyrosine; succinylacetone; nitisinone.

BBENEHUE

Tupo3WH OTHOCUTCA K KJIACCYy 3aMEHHMMBIX
AMUHOKHCJIOT, YYacCTBYeT B CHHTe3€ OENKOB, SIB-
JSeTCA MCXOAHBIM KOMIIOHEHTOM J/JIs CHHTE3a
TOPMOHOB IIMUTOBUAHOM KeJe3bl (TPUHOATHUPO-
HUHA ¥ THPOKCHHA), KaTeXOJaMHHOB, A0haMu-
Ha, JUOKCHU(EHWIaJaHWHA, HOPIMUHE(PPHHA H
menanuHa [1, 2]. K 3aboneBanusiM ¢ Hapyiie-
HUEeM MeTabonu3Ma THUPO3MHA OTHOCATCS: Ha-
CIIE/ICTBEHHAs THUPO3MHEMHUS, alKallTOHYpHS,
repexoHasi THPO3MHEMUS HOBOPOXKIEHHBIX, 00-
JIe3HU TIedeHW (TemaronesuIonsapHas auchyHk-
Mg pa3sHOW STHOJIOTHH), IMHTa, THIEPTUPEO3
[3]. Cpenu reneTmuecku OOYCIOBICHHBIX TH-
po3uHemuil BeiaesA0T Tpu Tvna. II u III Tunel
TUPO3MHEMHUI BCTPEUAIOTCS] 3HAYUTEIBHO pEeke
U CBSI3aHBI C HEJAOCTATOYHOCTBHIO THPO3WHAMU-
HoTpandepasbl npu Il Tune (knuHMYECKH TpPO-
SIBJISIETCS] TUTIEPKEPATOTUICCKUMHU OJISIIKAaMU Ha

pPYKax M HOAOMIBAX HOI' U CBETOOOSI3HBIO HM3-3a
OTJIOKEHUS] KPUCTAJJIOB TUPO3UHA B POrOBULIE)
U THAPOKCU(EHWINNPYBAT-THIPOKCHIA3bl IPU
Il Tume (mposiBIsieTCs CyI0pOTaMu, aTakCuen u
YMCTBEHHOU OTCTalI0CThIO) [4, 11].
Hacnencreennas tuposunemus I tuma (HTI),
WIH TernaropeHallbHas TUPO3WHEMHUsI, BIICPBBIC
omucanHass M. Baber B 1956 1., mpeacraBusieT
coboit penkoe (opdaHHOE) HACIECICTBEHHOE Me-
Tabonnueckoe 3a00JIeBaHNe C ayTOCOMHO-peLec-
CHUBHBIM THUIIOM HacienoBanus [2, 7]. Tuposu-
Hemus | tuna oOycioBieHa MyTaUUsIMH B I'eHE
dbepmenta dymapunaneroarerassl (FAH). I'en
FAH HaxonuTcs Ha JUIMHHOM ILJIede XPOMOCOMBbI
15 (15923—q25), Bxirouaer 14 sx30HOB. M3Bect-
HO okosio 100 paznu4HBIX MyTaIHi, U3 KOTOPBIX
4 (c.554-1G>T, c.1062+5G>A, c.1025C>T
(Pro342Leu) c.1090G>C (Glu364GIn)) — Hau-
6onee uvacteie [5—7]. ®epment FAH ocymect-
BJISIET B HOPME KOHEUHBIH 3Tamn KaTaboin3Ma TH-
po3uHa ¢ 00pa3oBaHMEM HETOKCHYHBIX (ymapa-
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Ta U areroanerara. B pe3ynprare reHeTHUECKOTO
nedexTa aerpajganys THPO3UHA UAET IO MaToNo-
TUYECKOMY TYTH ¢ 00pa30BaHHEM MalleUJIaIeTo-
arerara, (pymapuianeroanerara, CyKIMHATIAIE-
TOHA, KOTOPBIE SBISIOTCS MHTOXOHIPHAITBHBIMU
TOKCHHAMH, TOPMO3AT (PochHOpUINpOBaHUE W
omokupytror 1ukin Kpebca. Hakoruienue Tokcwmd-
HBIX METa0OJIUTOB MPHUBOAUT K MPOTPECCUPYIO-
nieMy 3a00JIeBaHUIO MEUYEHU C Pa3BUTHEM IIHp-
po3a, TMEeYeHOYHON HEJOCTaTOYHOCTH, TKEION
Koaryjnonartuu, (GpopMHpOBaHUIO Tunodocdare-
MHUYECKOTO paxWTa, PEHAIILHON TyOyJomaTuu,
cunapoma DaHKOHU, Pa3BUTUIO TUIIEPTpodUUe-
CKOM KapAMOMHOTIATHH, a TaKXKe THKEIOW He-
BpPOJIOTUYECKOU CUMITOMATUKHU [7].

YacToTa THPO3UHEMHUHU HE OJMHAKOBA B pa3-
JUYHBIX peTHoHaxX: Oojee BbICOKas 3aboneBae-
MOCTh HaONIOaeTcss B KaHAJCKOW TMPOBUHIIUHU
KBebek, a Taxxe Ha 3anmage OUHAAHINM U B
bupmunreme (Aurus) [2, 3, 5]. B Poccun naun-
Oonblas BCTPEYaeMOCTh 3aperucTpupoBaHa B
UYeuenckoit Pecniyomuke — 1:16 020 [7].

K OCHOBHBIM KJIMHHUYECKUM MPOSBICHUIM
TUPO3UHEMUH | THIIa OTHOCATCS: TIOpaKEHUE T1e-
YEHU C HEJIOCTATOYHOCTHIO ee (PYHKIHIA U Hapy-
IIeHUeM KOaryisiliud, peHanbHas AUCHYHKITHUS,
OT JIETKOH (POPMBI 1O TOYCHHOW HEIOCTATOTHO-
CTH C TyOynmomaTtheld W pa3BUTHEM BTOPHYHOTO
cuanpoma @ankoHm, TUTOHOCHATEMUIECKOTO
paxuTa, HEBPOJIOTHYECKHE CUMIITOMBI, TIPOSIBIIS-
IoIKeCs 0OCTPOU nepudepudeckoil Helipornaruen
U 33JIep>KKOM YyMCTBEHHOro pa3BUTHUS. B cBsA3n
C aHOMaJIbHBIM METa0O0JIM3MOM aMHUHOKHCIOT H
HAKOIJICHUEM TPOJYKTOB MeTa0OoIM3Ma THPO3H-
Ha, a TaK)Ke KaK CUMIITOM MEYeHOYHO-KICTOYHON
HEJI0OCTaTOYHOCTH, BO3MOXKHO TOSIBIICHUE 3armaxa
MOYM «BapeHoM KamycTob» [2, 7].

B nposenennom Ha 6a3e HMUL HII3/] uccie-
JIOBAaHWW HA OCHOBaHHHM MHOTO(AKTOPHOTO CTa-
TUCTUYECKOTO aHaM3a OIpeJielieHbl HHpopMa-
THUBHAs 3HAYUMOCTb, YyBCTBUTEIBLHOCTD U CIELIH-
(UYHOCT, CHUMOTOMOB B JeOIOTE THPO3HMHEMHH
B Pa3HbIX BO3PACTHbIX rpynnax. Tak, y nereil B
BO3pacTe MEePBBIX 3 MecseB B Havyase 3a00ieBa-
HUS ONPEICSUINCh: JIMXOPAJIKa, OTEKH, JKENATyXa,
JICTICTICHSI — CPBITUBaHUS, PBOTA, TUIOXUE TIPU-
0aBku Maccel Tena. [Ipu mebrote 3aboneBaHus B
BO3pacTe crapie 4 MecsIeB KU3HU JUarHOCTH-
YeCKH 3HAYUMBIMHU SIBIAIOTCA TPHU3HAKH TeraTo-
WJIM TeTNaTOCIICHOMETAJINH B paxuTa ¢ aedopma-
LHUEH NPEUMYILIECTBEHHO HW)KHMX KOHEYHOCTEU
[8]. [TaTOrHOMOHUYHBIM JIAOOPATOPHBIM MPHU3HA-
KOM TUPO3MHEMHUH | TUIa sABIIAETCSA BBICOKUN yPO-
BEHb CYKIIMHMJIAIIETOHA B MOYE U IUIa3Me KPOBHU
(mopma 0—2 MM/monb kpearunuHa). Heobxonnmo
IIOMHUTB, YTO HEOOJBIIIOE TIOBHIINICHUE CYKIIHHU-

JaleToHa B KPOBU U MOUYE MOXET HaOIIOAAaThCS
npU TepekopMe OeNKOBOH MUILeH, MPUBOISILEM
K (QyHKIMOHaNBHON HemocrarouyHoctH FAH, u
MPOBOAUTH UCCIIEJOBAaHIE HEOOXOANMO /10 Havyaja
JETOKCUKAILIMOHHOM Tepamuu, NepenuBaHus KOM-
IOHEHTOB KPOBU. B KpOBM NallMEHTOB C JaHHOU
[aToJIOIHell ONpeneNnseTcsl TAaKXKe IOBBIIICHHOE
COoZIepKaHue apoOMaTHYECKHUX aMHHOKHCIOT (TH-
po3uHa, METHOHWHA, (eHMUITATaHWHA, TPOJIMHA,
COOTHOIIICHNE (EeHMUITAaHUH/TUPO3UH MeHee 1).
Anbda-peronporenn (APII) 1b Tuna mosbiieH
B JICCATKU pa3, a y JeTel ¢ TUpO3WHEMHUEl Tuna
la — maxe B ThICsIuM pa3. [Ipu HOpMaIbHOM ypOB-
He A®II nuarnos comuuteneH (y aerer ot 0 mo
3 Mmecanes ADITI<1000 ur/mi; oT 3 MecslEB 10
18 ner ADII<12 ur/mi). KocBeHHBIM MTPU3HAKOM
HTI siBsieTcst moBBIIIeHHE §-aMUHOJIEBYJIMHOBOM
KucioTsl [7, 10].

B knmHWYecKkoM M OMOXMMHYECKOM aHaln3e
KPOBH MOTYT HaOJIONAThCsl aHEMUS, TPOMOOIIH-
TOTIEHHS, TUIIEPONITMPYOUHEMHSI, YBEIIMICHHUE aK-
TUBHOCTH LIET0O4HON PocdaTasbl, THIIOTITUKEMUS,
runodocdareMusi, Koaryjaonarusi, THIIONPOTEU-
Hemus [9, 10]. IIpu ucciaenoBaHuM MOYU TOMUMO
BBICOKOTO YPOBHSI CYKLUMHMJIALIETOHA OIpeIess-
eTCsl TeHepaJIM30BaHHAS TUICPaMHUHOALUILYPHS,
TUTIepKaJIbIAypus, TAreppocdarypus [2].

WHcTpyMeHTanmbHO 1O pe3ynbraram  Y3U
pu JTI00BIX (popMax TUpO3WHEMHH | THIa BBI-
SBIISIIOT MHOXKECTBEHHBIC TIEUCHOYHBIC Y3EJIKH,
YBEJIIMYCHHE pa3MEpPOB M HEOJHOPOIHAS 3XO-
TeHHOCTh MapEeHXUMBI MEYCHH, TP PEHAITBHOM
MOpPaXKEHUU — CHUMMETPHUYHOE YBEIUYECHHE I10-
YeK M HaJU4ue KalbUU(UKATOB B IOYCYHON TKa-
HU. PeKOMEH0BaHO TMPOBOAMTH 3IACTOMETPHIO
(amactorpaduio) medeHu IS OICHKH CTEIeHU
¢ubdpo3a, MyIbTUCIHPAIbHYIO KOMIIBIOTEPHYIO
tomorpaduro (MCKT) opranoB OpromrHoi#t momio-
cru [2, 7].

MaccoBblif CKPUHUHT HOBOPOXKJIEHHBIX Ha
HemocratouHocTh (hepmenta FAH ocymectsis-
eTCsl BO MHOTHX CTpaHax MHpa (B TOM 4HCIIC B
Poccun, BBenen ¢ 1 sBaps 2023 1) u umeer
BAXHOE 3HAYCHHE JUIsI MaKCHMalbHO paHHEH
JUarHOCTHKHM M Hayayla JICYeHUsl y)Ke B HEOHa-
TaneHOM nepuoje [7, 18]. B ocHoBe — moxu3-
HEHHAsl MAaTOreHETHYEeCKas Tepamnus Ipenapa-
TOM HHUTHU3MHOH B COYCTAHMH C HU3KOOEIKOBOM
JUEeTONl M Ha3HaYeHHMEM CIeLHan3HPOBAHHBIX
IPOLYKTOB Ha OCHOBE CMECEil aMHHOKHCIIOT, HE
coJiepKallluX TUPO3HH U (peHMIATaHUH.

Hurtnsunon — wunru6urop 4-OH ¢enwmnmu-
pyBaTIMOKCHIeHAa3bl, NepBOi (as3bl gerpaganuu
TUPO3HHA, OB pazpaboran B 1992 1. B pesysnbra-
Te paboThI HAJl TPUKETOHOBBIMH TepOUIIIAMU U
ctan 3¢p¢PeKTUBHBIM (HapMAKOIOTHUYECKUM CPEe-
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ctBoM [12, 13]. Jlo3y HUTHU3WHOHA MOAOUPAIOT
WHAMBHUIyalIbHO, €€ aJCKBAaTHOCTb OLICHUBAIOT
[0 YPOBHIO CYKIIMHWJIAIIETOHA B MOY€ U KPOBH,
a TaKk)Ke YpOBHIO THPO3WHA B CHIBOPOTKE KPOBH
[7, 14]. bBonsHBIM ¢ THpo3uHeMueH | Tuma mpo-
THBOTIOKa3aHbl KOMIIOHEHTHI KPOBH, JHMAa3emnam,
rapareTamoJi, IPOU3BOIHBIE BAJIBIIPOECBON KHC-
JIOTBI M JIPYyTUE€ TeMaTOTOKCHYHBIE MperapaThl.
Baxknunanus u BBeJIeHHE CBIBOPOTOK MPOBOJAT-
csi Ha (OHE 3aMECTUTEIBHOW Tepanmuu HUTH3H-
HoHOM [19]. ¥V 90% nanueHTOB Ha QOHE HEmpe-
PBIBHOH 3aMECTHTENbHON TEpanmuyu MeYeHOYHAas
HEJOCTAaTOYHOCTh CTAaHOBHUTCSI KOHTPOJIUPYEMOI
[15—17]. Pannsis 3aMecTUTENbHAsL TEpanus TaK-
K€ CHWXAEeT MOTPEOHOCTh B TPAHCILIAHTAIIUU
neuern [18, 20]. Ilpu Hammuum TyOymomaTuu u
BHUTaMHH D-pe3ncTeHTHOTrO paxuTta B 00ciemo-
BaHMS BKIIOYAIOT ONPEEICHHE KHUCIOTHO-IIE-
nmounoro coctosuusa (KUIC) (pH kpoBu, cran-
JapTHBIX OMKapOOHATOB, ACPHUIIMT OCHOBAHUN),
AKTUBHOCTH WIENOYHOH (ocdaraspl, KanablLus
u ¢ocdopa KpoBH, TECT Ha aMUHOALUIYPHIO,
KOCTHYIO JIEHCUTOMETpHUI0. BakHO NpoBOIUTH
0o TaIbMOJIOTHYECKOE OOCIEeIOBAHUE W HCCIe-
noBath remoctas [7]. Ilpu mporpeccupyroieit
MEYCHOYHONH HEAO0CTaTOYHOCTH, PE3UCTEHTHO-
CTH K HUTHU3WHOHY W Pa3BUTHU TeMaTOKapIIUHO-
MBI TIPOBOJUTCSI TpaHCIUTAHTAIUsS TmedeHn [17,
20-24]. Jletm C YCTaHOBJCHHBIM JHArHO30M
«rtupo3uHeMus | Tumay, momydaronme QpepMeH-
TO3aMECTHUTEIBHYIO TEPaNuIo, B CTAOMIBHOM CO-
CTOSTHMH OOBIYHO HAXOMSTCS MO aMOyIaTOPHBIM
HaOIoeHNeM WM OOCIeNyloTCsS B YCIOBHUAX
JHEBHOTo craunonapa. [ocnuranuzauun Tpedy-
FOTCS [Tl KOPPEKTHPOBKH 103l HUTU3MHOHA U
MIPOBENICHUS TOJIIHOTO MeTaboIIMYecKoro ooOcie-
noBaHus [7]. IIporHo3 ajis *KU3HU 3aBUCHUT OT
BpEMEHHU TIOCTAaHOBKHM JIHarHo3a W Hadaja Qep-
MEHTO3aMECTUTEIFHOW Tepanuyl HUTH3UHOHOM
B COYETaHMH C JedeOHbIM nuTanueM. CpemHss
MIPOJIOJKUTENBHOCTD KU3HU OOJBHBIX C OCTPOM
TUPO3MHEMHEN NPU €CTEeCTBEHHOM TEUEHHHU 3a-
OoyieBaHUsI HE MPEBBIIIACT OJHOIO roja, C Xpo-
auveckor HTT — 15 ner [3].

KJTMHUYECKWIA MPUMEP

Hens mpeactaBieHuss KIMHUYECKOTO Pa3do-
pa: OCHOBBIBAsICHh HA JAHHBIX KIMHUYECKOTO Ha-
OJIrONIeHUS TTAIIUEeHTa OTPA3UTh 0COOCHHOCTH Te-
yeHus 3a001eBaHUsl, TOCTAHOBKY KJIMHUYECKOTO
JIMarHo3a, BbIOOpa TAKTUKH KOHCEPBATHBHOIO
JICUCHUSL.

B Hamie#t kivHUKe HaOMIONANACh TAIMEHTKA
JKEHCKoro mnoja B Bo3pacte 1 roa 4 mecsua. Ilo-
crynwia B CII6I'TIMY u3 Yeuenckoit Pecy6mu-

KU C ajo0aMu Ha }_'[C(I)I/ILII/IT MacCChI T€Ja, OTKa3
OT €/1bl, YBCJINYCHUC B 00BEME JKHMBOTA.

AHAMHE3 3ABOJIEBAHMSI

W3 anamHe3a 00j1e3HU M3BECTHO: HU3KHUE TPH-
0aBKH B Bece, OTKa3 OT MPUKOpMA C 7 MECSTIEB —
o0paTminch K TMeAnaTpy MO0 MECTY JKHUTENbCTBA,
Ha3Ha4YeH aKTOBETHH, MIbKap, BUTaMUH D, mupu-
nokcuH. B 9 mecsreB macca peberka Obuta 7800 T
(3HaueHWe HMXKE CpPEeIHEro 1Mo BO3pacTy), Aajiee
Hayanga TepATh B Bece. AMOYIaTopHO MO MeECTy
JKUTENBCTBA B Bo3pacTe 11 MecsieB NMpoBeneHO
obcnenosanue: AT x mmmanuny, TTIT — Hopwma,
BEISIBIICHBI TTOJIOKUTENbHBIE IgE Kk Oenkxam kopo-
Bbero monoka (bKM), ypoBensp mienownoit ¢oc-
¢arassl B kpoBu 28 Ex/n, n3mMeHeHus B Koarymio-
rpaMMe B CTOPOHY TUIOKoaryssaun. OcMoTpeHa
TeMaToJIOrOM 10 MECTY JKHUTENIbCTBA: KoaryJorna-
THS HESICHOTO TeHe3a. B oliiem anannse Mo4n —
JEHUKOIUTYpHUs, TIIOKO3ypHs 3 +. YIBTpa3ByKoBOE
uccienoBanue (Y3U) opraHoB OpromHoO# moJ0-
cTH — renaroMmeranusi, M y3HbIe HAPYIICHUS
neyeHu U nouek. B Bo3pacre 1 roma rocnuranu-
3MpOBaHa B CTAllMOHAP T. [ PO3HBIN C qUArHO30M:
OenmkoBo-KkanmopuitHas HemoctatouHocTh (BKH)
TSDKENOU cTeneHu, nuuieBas ameprus Kk BKM,
ajureprudeckas sHTeponarus? HacmeacTBeHHBIH
nepummur daxropa IX. ObpazoBanme VI pebpa
cmpaBa. 3a BpeMs TOCHUTAIN3ALWU BBISBICHO:
A®DIT — 17 000 ur/mu (HopMa oT 3 MecsIeB 10
18 nmer ADII<12 ur/mm), NSE (neiiponcnenu-
¢uueckas enonaza) — 8,16 u/mn (Hopma). Xo-
puoHnYecKuil roHagoTponuH uenoBeka (XIY)
B HopMme. OxoKI': OTKpbITOE OBalbHOE OKHO
(O00), xommbroTepHasi ToMorpadusi OpraHoB
rpyaaoit kinetku (KT OI'K) — npuznaku naromo-
rudeckoro miepenoma VI pebpa cieBa ¢ Hamu4n-
€M MSTKOTKaHHOTO 00pa30BaHMWs MO BHYTPEHHEH
noBepxHocTH. KT opraHoB OprOIIHON ITOJIOCTH:
rernaToMerajns, BbhIpaXeHHas THIepruia3us ode-
UX TI0YeK, MHOXXECTBEHHbIE THIIOJCHCHBIE Oua-
r'" mpaBoi jonu nedeHu (kuctol). MPT manoro
Taza — 0e3 MPU3HAKOB 00pa30BaHMM, MPU3HAKU
MaJloro aciura. B cramuonape ocymiecTBisiiach
JUETHYECKasi KOPPEKLHsl, CO CIIOB Marepu, 6e3 mo-
JOXUTETHHOTO d((deKTa: Ha THIPOIU3HON cMecH
«llenrraMeH TOHUOP» — KUJIKHHA CTYI, CPBITUBA-
HUS, TIPH TUTAHWUA AMHHOKHCIIOTHBIMH CMECs-
MU — B3JIyTHE XUBOTa, «rpe-HAH» — 3amnopsl,
B3[lyTHE JXMBOTA. J{narHo3 He Bepu(HUINpPOBaH,
PEKOMEH/IOBAHO JajbHeiee oOcieoBaHue U
rocnutanuzanusg B8 CITOI'TIMY.

AHAMHE3 JKU3HU
JleBouka OT mepBoil OepeMeHHOCTH Ha (hoHE
ToKcHKo3a | TpuMecTpa, poabl IEpBbIE CPOUYHEIE,
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CLINICAL CASE

9KCTPEHHOE KecapeBO ceueHue (IpexkIeBpEeMEH-
HOE M3JIUTHE OKOJOMIOAHBIX Box). Ilpu poxne-
Huu Bec 3000 1, poct 53 cm. K rpynu mpuno-
JKeHa cpaszy. BakmuHarusi mpoBelieHa TOJIBKO B
ponnome (BLK, remarut B), B nanpHelmeM —
oTka3 marepu. Jlo roga nepenecna B 11 mecs-
IIEB OCTpas PeCrupaTropHasi BUPyCHasT MHQPEKITHS
(OPBU) (kamrenb, HacMOpK, 0e3 MOaBEMa TEM-
nepatypsl). TpaBm, onepanwmii He 6p110. Hacnen-
CTBEHHOCTh, CO CJOB MaTepH, He OTATOIIEeHa,
OMM3KOPOACTBEHHBIE OpaKH, PaHHIOI MIaJCH-
YECKYI0 CMEPTh B CEMbE OTPULIACT.

DUBUKAJIBHAS JUATHOCTHKA

Ha momenT noctymnenust 8 CIIGITIMY Haxo-
JIJIach Ha TPYTHOM BCKapMIIMBAHUH, MaTh HapyIIia-
Jla BO3PACTHYIO JWETY: JlaBaja peOeHKy IIOKOJIa,
YUIICHI, CyXapuku, IedeHbe. COCTOSHHUE TSDKEIIOe
10 COBOKYITHOCTH JTaHHBIX. Bo3pact 1 roma 4 mecs-
ma, Bec 5700 1, mmmHa 74 cMm. MHAEKC Macchl Teja
(UMT) — 10,4 xr/m>. Ha ocMoTp pearupyer Hera-
TUBHO, CONPOTHBIsieTcs. Tshkenas OelTkoBo-dHepre-
THUYECKas! HEAOCTAaTOYHOCTD, BHIPAKEHHAS THIIOTPO-
(bust, TIOKOKHO-KHUPOBAsT KIIETYATKA TPAKTUIECKH
OTCYTCTBYET, Typrop CHW)XEH, BapycHas nedopma-
M HWKHUX KOHEYHOCTeH. MplllieyHasi TUIoTo-
Hust. CaMOCTOATENTPHO CHUAWT, He XomuT. KokHbie
TTOKPOBBI  OnlemHbIe, 0€3 WHQEKIIMOHHOW CBIITH.
[Nepudeprdecknx OTEKOB HET. [emMopparn4eckoro
cunapoma Het. [lepudepuueckue nmumdarndeckue
y3JIbl Menkue, 0e3001e3HeHHbIe. 3€B CHOKOWHBII.
SI3bIK uncThId. J[pIXaHUE My3pUIIBHOE, XPUIIOB HET.
Yactora gpixanus (Y1) — 28 B munyty. ToHBI
ceplia OTYETIIMBBIC, PUTMUUHBIC. YacToTa cepaey-
ubIX cokpamenus (UHCC) — 128 B munyty. XKusot
MSTKAH, TIpW Tajblaryy 0e3007Ie3HEHHBIN, B3IyT
Ha (OHEe OTCYTCTBHS CTyJIa B TE€UEHHE TpeX JHEMH,
meueHb+4 cM, cene3eHka+2 cM, pora. Modenc-
IMycKaHue B MOATy3HUK. CTyIT TIOCIE TITHIICPUHOBOM
CBEUKH OOJBIIIM 00BEMOM, TUIOTHBIN, C IPAMECKHIO
KpOBH.

IIPENBAPUTEBHBIN AMATHO3

[Ipy mocTynineHun Ha OCHOBaHUM THIIOTPO-
¢umn, remaroMeraivnu, TUIEPIUIA3UU IOYEK C
TyOyJonaTiei, TUIOKOaryssiiuM, NpPU3HAKAMHU
paxuta, nossliiieHuss ADII 3anono3peHo Hapy-
nieHue oOMeHa aMUHOKHCIIOThHI TUPO3UHA — THU-
PO3WHEMUS ¢ COIMYTCTBYIOMICH ayieprueii Ha Oe-
JIOK KOPOBBETO MOJIOKA.

JIABOPATOPHO-MHCTPYMEHTAJIbHBIE
HCCJIEJOBAHUS

B xnuMHuYeckoMm aHanau3e KpOBU BbISIBIICHA aHE-
MHS TSDKEJIOM CTeleHH 10 64 I/1, B CBSI3H C YeEM
MpoBeNieHa remMoTpancdysus, mepeHecna 0e3 oc-

JOXHEeHUH. B koarynorpamme NpU3HAaKM T'MITOKO-
aryJsiuyu. B kpoBW HE3HAUMTEIBHOE MOBBILICHUE
TTI" u T,, noseimierne ADIT go 70 040 (HopMma
mo 12—15 Hr/mi), TOBBINIEHHE AacmapTaTaMh-
Hotpanchepaza (ACT) mo 2 HOpM, CHIDKCHHE
KameIust 10 2,15 MMomw/in, cHmwkeHue docdopa
mo 0,38 MMOmB/JI, TIOBBIIICHNE IETOIHON (hoc-
¢arazsl 1o 1093 en/n, camkenune BurtamuHa D 1o
11 rir/mi1, 3HAYUTENBHOE MOBBIIICHHE THPO3UHA —
835 MxM/n (mopma mo 200 MxM/m). Mckmrodenst
reprecBUpycHble HHpEKIMU. B Move moBbleHne
CYKUHMHHUIIALETOHa A0 7,5 MM/Moinb (1ipu HOpMe
menee 2,5 mM/monb). Ha MCKT rpyanoii moso-
CTH, OpPraHOB OpIOUIHON TMOJOCTH: EIUHUYHBIC
cyOrieBpalibHble odard B S;, S, cmpasa. Konco-
muaupyrome nepenomsl [V-IX pebep cieBa u
V-VIII pebep crpasa. KT-npu3Hakyn MHOKECTBEH-
HBIX TUIOACHCHBIX OYaroB IeueHH (HEOOXOIMMO
middepeHnnpoBaTh  MEXJIy MHOXKECTBEHHBIMHU
MHKpoaldceccaM, MHOXECTBEHHBIMU KHUCTaMH
W aBacKyJsipHbIMH Mts). Hapymenne nepdysun
neyeHd. [emaroMeranus. YBenudeHHe pa3MeEpoOB
MOYEK, CO CHWKEHHEM IU(QPEepEeHIINPOBKH KOp-
KOBOTO M MO3TOBOTO BEIIECTBA M 3aMEJICHUEM
OKCKpEINH. YMEPEHHOE KOJIWYECTBO IKHIKOCTH
B OpIOIIHON TIOJIOCTH W TIOJIOCTH MAajoro Tasa.
Bayrpubprommas muMdanenonartus. [lo smacto-
rpadun meuenn crenenb F4 mo METABUP. Ilo
pe3yiabTaTaM TEHETHYECKOTO HWCCIIeIOBAaHUS IH-
arHo3 «tupo3uHeMus | THma» MoATBEpXkIEH, BHI-
sIBIICHA MyTaIus reHa FAH, matoreHHbIi BapuaHT
¢.1025C>T p.Pro342Leu rs779040832 B romo3u-
TOTHOM COCTOSIHHH.

KIMHUYECKUIT JUATHO3

VcraHoBieH Ha OCHOBAaHUH JAaHHBIX aHAMHE3a,
JKaj00, KIMHUYECKONH KapTHUHBI ¢ Tshkenmor bBKH,
reraTroCIUICHOMETAINEH, W3MEHEHHUSIMH KOCTHOM
CHUCTEMBI, TUTICPTUPO3ZMHEMHEH B KPOBH, BEICOKUM
A®II, moBeIIIEHUEM CYKIIMHUIIAIICTOHA B MOYE.

OcHoBHoii: E 70.2 — Hapymenuss oOMeHa
tupo3uHa. Tuposunemus I Tuna.

JIMHAMMKA U UCXO/IbI

PeGenox mepesenen Ha cmech TYR Anamukc
Nudanr Oe3 Tmpo3nHa W (QeHMIaTaHWHA, Ha
KOTOPOH OTMEUEHO 3HAYUTEIbHOE YIy4IICHHE
COCTOSIHMSI, YMEHBIIIEHUE B3IyTHS )KUBOTA, CHU-
xeHue ADII no 30 000. Hasnauena naroreHe-
THYECKasi Tepanusi HATU3MHOHOM B JIO3UPOBKE
1 MI/KT B CyTKH B 2 IpHeMa JUTUTEIbHO, OTrpaHu-
YCHHE MUIIEBOTO OeJKa.

ITroruos JJISI JAHHOTI'O IMTAIIMEHTA
HpI/I CO6J'IIO,Z[CHI/II/I AUCTBI C OrpaHUYCHUCM
IUIICBOIO OeaKka W UCIOJIB30BAHHUEM crienua-
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JU3UPOBAHHOTO MUTAHUS, MTOCTOSIHHOTO MpUEMa
HUTU3WHOHA B Ommkaiimue 7—10 yner orHOcH-
TEJIHHO ONarompusATHEIN. MBI MOXKEM ¢ OOIBIION
BEPOSITHOCTBIO TOBOPHUTH 00 ymydIneHUH (yHK-
LMY TIeYeHW U ToYeK, MmoKaszarenell (pu3udecko-
r0 ¥ HEPBHO-TICUXMYECKOTO pPa3BUTHS peOeHKa,
KOPPEKIINA MUHEpaILHOTO 0OMeHa [25, 26].

SAKJOYEHME

JIaHHBII KIMHUYECKUN cilydall THPO3UHEMUU
I Tuma y peGeHka moxa3piBaeT HEOOXOAMMOCTD
yriryOsieHusi 3HaHUM MeauaTpoB B BOIpOcax Ha-
pylIieHuii oOMeHa BELIeCTB, B YaCTHOCTH aMHUHO-
KHCJIOTBI TUPO3MHA. PaclmpeHHBII HEOHATab-
HBIl CKPUHUHT JOJDKEH YIYYIIUTh JUATHOCTUKY
MalEHTOB C JAHHOW MATOJIOTHMEN M KaK MOXKHO
paHbllle HayaThb NATOTEHETHUYECKYIO TEpalui0 U
JUETUYECKYI0 KOPPEKIMIO, YTO MO3BOJUT YIIyd-
IIUTh KQYE€CTBO U MPOJOJDKUTEIBHOCTD KU3HMU.

NONOMHUTENbHAA NHDOPMALIMA

Bxaan aBropoB. Bece aBTopbl BHECHH cyle-
CTBEHHBIH BKJIaJ B pa3pabOTKy KOHLEIIMHU, IPO-
BEJICHUE HCCIE0OBAaHUS W IOJATOTOBKY CTaThH,
MIPOYUIIN B ONOOpIIIH (PUHATBHYIO BEPCHIO TIEPE]T
ITyOJTUKAITACH.

KoH(paukT nHTepecoB. ABTOPHI AEKIapupy-
I0OT OTCYTCTBHE ABHBIX M TOTEHIHMATHHBIX KOH-
(JIMKTOB MHTEPECOB, CBA3aHHBIX C MyOIUKaIMeH
HACTOSILIEN CTATHHU.

HUctounnk ¢puHaHCMpOBaHHWsA. ABTOpPHI 3a-
SIBJISIIOT 00 OTCYTCTBHM BHELIHEro (PMHAHCHPO-
BaHHUs MPU MPOBEIEHNUN UCCIIET0BAHUS.

HNudpopmupoBaHHoe corjiacue Ha MyOJanKa-
IHI0. ABTOPHI MOJIYYHJIN TUCBMEHHOE COITIacHe
3aKOHHBIX NpeICTaBUTENICH NaleHTa Ha myOonu-
KaIMio MEANIIMHCKUX TaHHBIX.
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