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Pe3zrome. [lepuiuT TM30COMHOM KMCIIOM JTUTIa3bl — peaKas HacjeAcTBeHHas ¢hepMeHTOonaTus. bone3sHb HakomaeHU s 3(pUpoOB XoecTe-
puHa — olHa U3 ABYX (hopM MedUIIMTa TM30COMHOM KHCIO0M Inma3bl — 3TO HACAEACTBEHHAs ay TOCOMHO-PEIeCCUBHAS TIM30COMHas
60JIe3Hb HAKOIJIEHMsI, BBI3bIBaeMasi MyTallMSIMU B TeHe, OTBETCTBEHHOM 3a JIM30COMHYIO KMCIIYIO JIMITIa3y, BCICACTBUE Yero 3HaUM-
TeJIbHO COKpalllaeTcsl aKTUBHOCTh 3TOro (pepmeHTa. B pe3yibrate CHUKEHM ST MJIU TIOJTHOTO OTCYTCTBUS aKTUBHOCTH JIM30COMHOIM
KUCJION JTUTTIa3bl 2(PUPHI XOJIeCTepuHa U TPUINIMIIEPUIBI He TTOABEPTaloTCs THAPOIN3Y U HAKATIJIMBAIOTCS B JIM30COMaX KJIETOK
opraHu3ma, BKIiodasi Makpodaru, sHI0TearaJIbHble KJISTKH, TenaTonuThl. OCHOBHBIM KJIMHUYECKUM MPOSIBJIEHUEM AehUIINTa
JIN30COMHOI KMCJION TUTIA3bI SIBJISIETCS TIPOTPECCUPYIOIIIee TopakeHe TIeUeHU C pa3BUTHEM TelTaTOMeTaIui, TIOBBIIIEHUEM YPOBH ST
TpaHCaMUHA3 W/UJIM MUKPOBE3UKYJISIPHOTO MJTU CMEIIAHHOTO CTeaT03a, BCISACTBUE HAKOIIJICHU ST 23U POB XOJeCTepUHA U TPUTIIULIE-
punoB. JeUIIUT IN30COMHOM KUCIOM TUTIa3bl IPEACTABIICT COOO0I reHeTHUeCcKoe 3a00JIeBaHNe, YTpoXalollee XKU3HU U CBSI3aHHOE
C ITOBBILIEHHBIM PUCKOM IIpEXaeBpeMeHHOM cMepTH. YacToTa nedunTa TM30COMHOM KMUCION tunassl cocTasiset 1:40 000-
1:300 000. McciemoBaHMs IO N3YYEHUIO YaCTOTHI BCTPEYaeMOCTH 3aboeBaHus B Poccuu He MPOBOAMIINCE; OXKKIaeMast 4acToTa —
1:100 000. B maHHOI1 cTaThe IIPEACTABIEH KIMHUYECKHI CIIydaiil fepMInTa JM30COMHOM KUCIO JIUIa3bl — 00JI€3HU HAKOILJICH S
5¢bUPOB X0JIeCTEpUHA, HACIEACTBEHHOrO0 Ae(UIINTA [NII0K030-6-(ocdaTaeruaporenassl y 10-1eTHero pedberka. [IpoBeneH ananus
JaHHBIX KJIMHUYECKOTO U MapaKJIMHUYECKOTO 00CIeq0BaHus MallMeHTa, MEAULIMHCKOM TOKYMEHTAIlM1, HAYYHOM IMTePaTyPhI.
[IpencraBiaeHbl COBpEMEHHbBIE MOAXOABI K BEACHUIO MALIMEHTOB IETCKOro BO3pacTa ¢ JaHHOM nmaTojorueit. OCo0eHHOCThIO JaHHOIO
KJIMHMYECKOIO C1y4asi SIBJISIETCSI coueTaHue TpeX hepMeHTONaTuii (1e(rIUT aKTUBHOCTHU [NII0K030-6-(hocdaTaeruaporeHasbl
SPUTPOLMUTOB, ASPULIUT TU30COMHON KUCIION TMNa3bl, CHUXeHUE (PyHKIIMOHAIbHOM akTUuBHOCTU Oesnka UDP — rioko-
suatpaHcdepasbl). TpyaHocTbio nuddepeHInalbHON IMarHOCTUKHU B 1e010Te 3a00JieBaH U SIBJISLIOCH ITpeo0diagaHue Hecreuudu-
YeCKMX CUMIITOMOB 00JIe3HU: JTUX0opaaKa 10 heOprIbHbIX IUdp, pBOTa, TMapes — Ha (hoHe JIeKapCTBEHHOM TepaIru, XeJITYITHOCTh
KOXHBIX IIOKPOBOB U CKJIEP, TEMHBII IIBET MOYH, TeraTocrieHoMeraaus. [Iporuos mpu 60Jie3HM HAKOTIJIEHUST 9(DMPOB XOJIeCTepruHAa
3aBUCHUT OT Bo3pacTa MaHUbecTalnu 3a060J1eBaHN s U BBIpasKeHHOCTH KJIMHUYECKUX TposTBIeHU . CBOeBpeMeHHasl AMarHOCTHUKA
M Ha3HaueHUe MaTOreHeTUIeCKOM Tepaliy Ha paHHUX CTaAuIX 3a00JIeBaHU S OMPEIeIISTIOT OIarOMPUSITHBIM ITIPOTHO3 U YIYUIIAloT
KavyeCTBO XM3HU eTell ¢ 60JIe3HbI0 HaAKOTLIEHU s 3(UPOB XOJIeCTepUHA, TIPEIOTBpaIlast pa3BUTHE IIUPPO3a IMeYCHHU.

Karuegole crosa: neuiuT 1M30COMHOM KUCIIOM Tumassbl, cedbenunasa aabda, 1eTu, 3(pupbl XoJecTepuHa.
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Abstract. Lysosomal acid lipase deficiency is a rare hereditary fermentopathy. Cholesterol ester accumulation disease — one of the two
forms of lysosomal acid lipase deficiency — is a hereditary autosomal recessive lysosomal accumulation disease caused by mutations
in the gene responsible for lysosomal acid lipase, as a result of which the activity of this enzyme is significantly reduced. As a result
of a decrease or complete absence of lysosomal acid lipase activity, cholesterol esters and triglycerides are not hydrolyzed and accumulate
in the lysosomes of the body's cells, including macrophages, endothelial cells, hepatocytes. The main clinical manifestation of lysoso-
mal acid lipase deficiency is progressive liver damage with the development of hepatomegaly, increased levels of transaminases and/or
microvesicular or mixed steatosis, due to the accumulation of cholesterol esters and triglycerides. Lysosomal acid lipase deficiency is
a life-threatening genetic disease associated with an increased risk of premature death. The frequency of lysosomal acid lipase deficiency
is 1:40 000-1:300 000. Studies on the frequency of occurrence of lysosomal acid lipase deficiency in Russia have not been conducted;
the expected frequency is 1:100,000. This article presents a clinical case of lysosomal acid lipase deficiency — a disease of accumulation
of cholesterol esters, hereditary deficiency of glucose-6-phosphate dehydrogenase in a 10-year-old child. The data of clinical and para-
clinical examination of the patient, medical documentation, scientific literature were analyzed. Modern approaches to the management
of pediatric patients with this pathology are presented. The peculiarity of this clinical case is a combination of three fermentopathies
(deficiency of glucose-6-phosphate dehydrogenase activity of erythrocytes, deficiency of lysosomal acid lipase, decrease in functional
activity of UDP — glucasyltransferase protein). The difficulty of differential diagnosis at the onset of the disease was the predomi-
nance of nonspecific symptoms of the disease: fever to febrile digits, vomiting, diarrhea — against the background of drug therapy, jaun-
dice of the skin and sclera, dark urine color, hepatosplenomegaly. The prognosis for the disease of accumulation of cholesterol esters
depends on the age of the manifestation of the disease and the severity of clinical manifestations. Timely diagnosis and appointment
of pathogenetic therapy in the early stages of the disease determines a favorable prognosis and improves the quality of life of children with
the disease of accumulation of cholesterol esters, preventing the development of cirrhosis of the liver.
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0JIe3Hb HAKOTJIEHU ST 3(PMPOB XOJIe-
crepuHa (CESD; 6a3a naHHBIX
«MeHIeneBCKOe HacaedOBaHUE
y uesoBeka», MIM 278000) — onHa
u3 1ByX (hopM neduiiura 1M30COMHOM Kuc-
JIOU JTUTIa3bl. DTO HACJIEACTBEHHAS ayTO-
COMHO-peleCCUBHAs IN30COMHasl 00J1e3Hb
HaAKOIIJICHU I, BBI3bIBaeMasi MyTallusIMH
B T€HEe, OTBETCTBEHHOM 3a JIN30COMHYIO
kucnyto nunasy (JIKJI), BcaeacTue yero
3HAYMTEJIbHO COKpPAIlaeTcsi aKTUBHOCTh
aToro epmeHTa. HemoctarouHast ak TUB-
HocTb JIKJI mpuBOIUT K IIpOrpeccupyro-
LIeMY JIN30COMHOMY HaKOIJIEHU IO 3(DUPOB
XOJIECTepUHA U — B MEHBIIICH CTCIICHU —
K HaKOTIJICHU O TPUTJIMLIEPUIOB, TJIABHBIM
00pa3oM B renaTolnTax, HaamoYeYHMKax,
KUMIIEYHUKE U KJIeTKaX MakpodaraabHO-
MOHOIIMTApHOM cucTeMbl. BoBieueHUMe
TKaHel TeCHO KOPPEJMPYeT C UX OTHOCH-
TEIBHBIM yYaCTHEM B PELEIITOP-0MOCpe-
TIOBAaHHOM 3HIOIIMTO3€, a TAKKE B pacrnajie
JIMTIONPOTEUHOB B JIn3ocomax [1].

BhiaengoT 2 KIMHUYeCKUX (DeHOTHTIA
nedurura JIKJ (JAJIKJIT) ¢ panHUM 1 o3 -
HHUM HavaJIoM 3a00JIeBaHU ST, UMEIOIINX
KOPPEJISIIUIO C KOTUYECTBOM (DYHKITHO-
HUpYOLIEro (hepMeHTa.

PanHee Havasio 3a0oneBaHUs, UK
6o0sie3Hb BotbMaHa, MOXET TTPOSIBIISITHCS
C TIEPBBIX THEH MOCJIe POXKACHU ST MJIM MaHU-
decTrpoBaTh B IepBbIC HEIEM/MECSIIbI, YTO
CBSI3aHO C TIOJITHBIM OTCYTCTBUEM WJTU PE3-
kuM cHukeHueM (< 1%) akrusHoctu JIKJIL.

Bapuant noznnero Havyaja JJJIKJI ucro-
pUYEeCKU M3BECTEH KaK 00Je3Hb HaKO-
nyeHus a¢upos xojnectrepuHa (BHDX).

Y nmaumeHToB ¢ 3TUM (PEHOTUTIOM aKTHUB-
HocTh JIKJI coxpaHsieTcst B 1Mana3oHe
ot 1% no 12%, BciiencTBue 4ero KJInHu4e-
CKHE MPOSBICHUS UMEIOT ITUPOKYIO BapH-
abeJIbHOCTh U MaHUGECTUPYIOT Y NeTel
B 00JIce cTapIiieM BO3pacTe UJIN Y B3pOC-
nbix. [1epBoe KIIMHMYECKOE HAOIOIeHE
omnucaHo B 1963 r., korma D. Frederickon
MIpeACTaBUJI clydaii 3a6oeBaHus 12-1eT-
Hero MajbyrKa ¢ rermaToMeraimneii, HaKo-
TUIEHUEM (b1 pPOB X0JIeCTepruHa B TIeYeHU
U runepxojiectepuHeMueii. B 1968 r.
L. Schiff u coaBT. mpoaHaau3upoBaau
pe3yabTaThl o6ciaenoBaHus 6 cuGCOB.
Y crapiiero 6para, 19 et, ¥ pOTHOI CECTPHI,
15 net, oOGHapyKeHbI «OpaHKeBast TeYeHb»,
omoxeHue DX ¥ MpU3HaKU LIMPpO3a, Toraa
KaK y MJTaJIIIIX CUOCOB BBISIBJICHBI yMEPEH-
Hble KJIMHUYECKUE U3MEeHEeH U [2].

Yacrtora IJIKJI cocraBasier 1:40 000-
1:300 000. MccnemoBaHUS 11O U3YyYSHUIO
yacToThl BcTpeuaemoctu AJIKJI B Poccun
He TIPOBOIMJINCH; OXKMIaeMast yacToTa —
1:100 000.

Junaruos JJIKJI moxeT ObITh 3211000~
3peH MpY HAJTMYMU COYETaHU S U3MEHe-
HUIA CO CTOPOHBI TICUeHHU (TeraToMeranns,
MOBBINIEHUE aKTUBHOCTU TpaHCAMMU-
Ha3, IPU3HAKU CTeaTo3a) U HapyIIeH i
JIMTTATHOTO TIPOUIS.

OCHOBOI1 COBpEMEHHOI AMAaTHOCTUKU
JJIKJI siBisieTcss OMOXMMMUYECKU A aHa-
sz aktuBHocTu JIKJI. JIKJI oueHuBaercs
MyTeM OMpeae/ieHUsI aKTUBHOCTH (hepMeH-
Ta B KyJbType hpubpob1acToB, JeHKOIIUTAX
neprdepruIecKoil KpOBU; OMHUM U3 HaK-
0oJiee TOCTOBEPHBIX METOIOB CYMTACTCS
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nsmepeHue aktuHoctu JIKJI B cyxumx
MTHaX BBICYIIEHHOI KPOBU Ha CITeIIH -
JIbHBIX IMAarHOCTUYEeCKUX buabrpax [1].
Cunapom Kunnoepa (C2XK) — aTo reHe-
TUYECKU OOYCJIOBJI€HHAsI HEAOCTATOY-
HOCTh hepMeHTA YPUINHTIIOKYPOHWJI-
tpaHchepassl 1Al (YI'T 1A1) B iedeHu,
MPUBOSIIAST K HAPYIIEHU IO KOHbIOTa-
uu 6rnpyouHa. 3a6oieBaHUe TTPOSIB-
JISIETCSI TIOBBIIIEHUEM YPOBHSI HETIPSIMO-
ro OMIMpyOMHA KPOBH, XKEJITYIITHOCTBIO
KOXXU U CITU3UCTHIX 000JIOUEK, KaTobaMu
Ha 00J11 B XUBOTE, a TAKXKe NUCIIeTICHueil
M acTeHOBEreTaTUBHBIM CUHIApOMOM [1-3].
XapakTepusyeTcs JIUTEJTbHBIM BOJTHO-
00pa3HbIM TEUEHUEM, OOOCTPEHUS MTPO-
BOLIUPYIOTCS PSIIOM 9K30- U DHJIOTEHHBIX
daxTopoB; yacTo 3aboseBaHNe HAYMHA-
eTcd no Tuny kpusa. C2K BcTpeuaeTcs
y eBpormneiiles ¢ yactoToit ot 3% 1no 9%
[4, 5]. PactipocTpaHEHHOCTh MyTaHTHO-
ro reHa B cTpaHax EBpomnbl nocturaet
35-40%, B HEKOTOPBIX dTHUYECKUX TPYyTI-
rmax A¢puku npessimaer 50% [6], B a3u-
aTCKUX CTpaHax OoHa 4yTh HUXe — 16-33%
|7, 8]. TOMO3UTOTHBIMU HOCUTEISIMMU SIBJISI-
1oTcst 12% motnanaies, 16% esporeii-
ues, 12% unauiiues, 8% eruntsH u 23%
apoamepukaHues [3]. JJaHHBII CHHAPOM
HacJeyeTcsl ayTOCOMHO-PEIeCCUBHO.
Jeduuut rmmoko3o-6-docharae-
ruaporeHassl (IF'6M]I), unu ee HemocTa-
TOYHOCTH (3H3uMoTIeHUst [6D]I), aBsi-
eTcs HanboJiee paclpoCTPaHEHHOM Ipu-
TPOLIMTApHOI (hepMeHTONATHEH Y JTIONEeH.
Heduuut I'6M]I mmnpoKo pacrpocTpaHeH
10 BCEMY MUPY U OCOOEHHO YacTo BCTpe-
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yaeTcsd B Adppuke, Ha CpegHem Boctoke,
B A3uu u CpeauseMHoMopbe. Bapuanun
dbepmenTa ['6M/] uMeIOT pa3Hble yPOBHU
AKTUBHOCTH, U 3TO BJIeUeT 3a cOOOIt pas-
JIMYHBIC MPOSIBICHU ST HA KTIUHUYECKOM
ypoBHe |3, 4]:

e BapuanTsl Kyacca | BcTpeuatoTcs
KpaliHe peaKo, MPpelCcTaBICHbI BbIpaKeH-
HOI HelocTaTOuHOCThIO (hepMenTa (10-20%
OT HOPMaJTbHOU aKTUBHOCTH) Y XPOHUYe-
CKOVi TEMOJIMTUYECKON aHEMUEA.

e BapuaHThi kiacca I1, Takue kak cpe-
nu3eMHOMOpcKui Tuir F6MDI, mupoko
pacnpocTpaHeHHbI B MTanuu, npen-
CTaBJISIIOT CO0OI elle 6oJiee Cepbe3HbIi
neduuut. Jebuur F6MD]I y noaeit mpo-
TeKaeT MOYTHU Bceraa 6eCCUMMITOMHO.
I'emonn3 00OyciioBiIeH — 32 OYEHb PENKUM
UCKJIIOUEHUEM — NeiiCTBUEM MPOBO-
nupytoiiero ¢akrtopa (rpurrepa) [3, 4].
[TpoBouupyomnue pakTopsl: ynorpeodie-
HUE B TTUIIY HEKOTOPHIX O0OOBBIX; TIPUEM
JIEKApCTB C BHYTPUKJIETOUHBIM OKUCTSI-
IOLIUM JIeUCTBUEM; BO3JICHCTBIE BEIIECTB
C BHYTPUKJIIETOUYHBIM OKUCJISIONIAM
a(pdexToM; OakTepUaibHbIE U BUPYCHBIE
nHbeKUHU (CpeHel CTENMEHU TIKECTH).

Llesbt0 JTaHHOTO UCCIEAOBAHM S OBLIO
OLIEHUTb OCOOEHHOCTHU TeUeHUsI 00JIe3HU
HakorieHust OX y pebeHka 10 yeT.

KAaunuueckum cayuam

IMauuent M., 2011 rona poxaeHus
(10 net), HaOMIOmAETCS B TaCTPOSIHTEPO-
norunvyeckom otaeseHuu F'AY3 «OJKb»
C IMarHo3oM: «JleuuuT 1M30CoOMHOMI
KUCJION JTUTIa3bl — 00JIe3Hb HAKOTIJICHUST
3¢upoB xonecteprHa (6osie3Hb Bosib-
MaHa), Tur 2. ['ematomeranus. 2Kupooit
renarto3. AuchyHkuusa OUimapHoro
TpakTa Ha poHe nedopMaLm KeJTIHOTO
Iy3bIpsi. XpOHUYECKU I aKTUBHBIH remna-
tiT. COMyTCTBYIOMIAS TATOJIOT U TUCIIIa-
3usl cepAala (OTKPhITOE OBAJIbHOE OKHO).
Cunapom XKunbbepa. HacneacrBeHHast
depMeHTONaTUS SpUTPOLUTOB (nedu-
LIUT TTI0K030-6-(docdaTaernaporeHassl).
Hedbuuut ButamMmuHa D».

2Kanobvl npu nocmynaenuu: Ha CHUXEH-
HBII allleTUT, YTOMJISIEMOCTb, TIJIOXYIO
MpubaBKy B Macce, MePUOIMYECKY IO KeJl-
TYIITHOCTH CKJIED.

Anamues wcusnu: pebEeHOK OT TpEThel
GepeMeHHOCTH, IMpoTeKaBIell Ha (hoHe
TOKCUKO3a, OTEKOB, TUTIEPTOHUU, AaHEMUU
B I-1I TpuMecTpe 1 ocTpoe pecrnupaTopHoe
3abojieBaHue B 6 Heleib 66 peMEeHHOCTH.
Ponbl TpeThu, B CPOK, CAMOCTOSITEIIBHBIE,
repepuiB B popax — 13 iet. Macca nmpu pox-
nenuu — 3550 r, mimHa — 54 cMm. Beinmucan
W3 pOAJOMa B CPOK B YIOBJIETBOPUTEIb-
HOM COCTOSTHUM. PaHHEee CuXoMOTOpHOE
" pusmIeckoe pa3BUTHUE IO BO3PACTY.
I'pymHOE BckapMitMBaHUe — 10 8 MECSIIEB.

Cemelinblil anamHes: y cTapliiero opara
¢ 18 net nmosiBUIACh XKeJTyXa, rernaToMe-
rajiusi, B OMOXMMHUYEKOM aHaJIN3e KPOBU
(BAK) — noBbIllIeHME YPOBHSI TpaHCAMU-
Hasz 1o 100 En/n. Tlepuonuuecku (1 pas
B MeCSI1I) OTMEYaloTCs TOLTHOTA U PBOTA;
JacThle OCTPbIE pECTUPATOPHBIC BUPYC-
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Hble UH(DEKIMU, OpPOHXUTHI ¢ (heOPUIbHOMN
JIUXOPAIKOM.

Anamues 3a6oneeanus. Co CJ10B MaTe-
pu, y pebeHKa B BO3pacTe Tpex MecsIIeB
oTMeualscs MOABbEeM TeMIlepaTyphl Teaa
1o 38 °C B TeyeHUe Tpex AHel 6e3 KaTa-
paNbHBIX sIBIeHW . Bropoit anu3on nuxo-
paaku — B 6 MecsiueB 10 ¢heOPUITBHBIX
uunop (38,6 °C) B Teuenue 5 nHeii. Jleunscs
AMOKCHUIIMJUIMHOM; Ha 2-€ CYTKM OTMeda-
Juch pBOTa, fuapes. [Ipenapart 3ameHeH
Ha Cymamen; Mpu JUXOpaaKe IMoJrydal
Hypoden. Temneparypa Hopmanu3zoBa-
Jach Ha 5-e cyTku nnpuema Cymamena.

Ilpu o6cnenoBanuum 23.12.2011 r.
B 001IIeM aHaJIN3e KPOBU BBISIBJIEHA aHe-
must: Hb — 84 r/n. C 03.01.2012 1. (Ha 5-¢
CYTKM) TOSIBUJIACH XKEJITYITHOCTh KOXXHBIX
TTOKPOBOB U CKJIEp, TEMHBIH IIBET MOYH,
CTYJI CBETJI0-KEJITOro 11BeTa. Mama caMo-
CTOSITEJIbHO OTMEHMJIa BCE PEKOMEHIOBaH-
HBIE TIpeTapaThl.

06.01.2012 r. rocriutanusuposad B LIPB
¢ 1MarHo30M: «TOKCHYeCKU il renaTur.
['mmmoxpoMHasi aHEMU S CpeHel cTerne-
HU TSIXeCTU». AHAJIU3 MOYU Ha XKeJlu-
HbI€ MUTMEHTHI TTOJIOKUTEbHBIN (+).
B xormporpamMe cTepKOOUIINH TOJIOXK -
tenbHblil. Ha Y3U — renatocnieHomera-
. 18.01.2012 r. nepeBeieH B neauaTpu-
yeckoe otaenenue TAY3 O[Kb.

CocTosiHUEe CpeqHel CTEeTEeHU TSXKECTHU.
lemaTocrnjieHoMeraius: ied4eHb BHICTyTIaeT
3a Kpaii pebepHOii 1yTu Ha 6 CM, ceJie3eH-
Ka — Ha 2 cM. AHaJIM3 Ha renatuThl A, B,
C — oTpuuaTe IbHbIN. Pe3yabraTsl UMMY-
HO(MEepPMEHTHOTO aHaJI13a Ha IIUTOMEeTaJo-
BUPYCHYIO MH(EKIINIO U BUPYC ITPOCTOTO
repreca oTpuuarejabHble. Ainbda deTo-
npoteuH — 10,1 (Hopma — 0-10), HeitpoH-
crieniMduyeckas s3Hojaza — 54,4 (Hopma —
0-12,5), nakratneruaporenasa (JIAI) — 1364
(Hopma — 105-235), nepyaoria3sMuH —
0,378 (Hopma — 0,15-0,6) (Ta6u. 1).

KT opeanos bprownoti norocmu: B o6na-
CTU TOHKOTO KHUIIEYHUKA — YYaCTKU
MOBBIIIEHHOU MJIOTHOCTH, TPEUMYIIIe-
CTBEHHO KOJIbLIEBUIHOW (hOPMBI.

Ilpogodunoce neuenue: Ypcodanbk,
Manbrodep, L-TupokcuH, ponueBas
kuciora, ['endepon, CMmexkTa, Aa0X0J,
Ho-mma, Dccenumane, [enrpan B/B.

[ToBTOPHO KOHCYTBTUPOBAH raCTPOIH-
Tepoaorom OMII B anpene u mae 2012 1.
CoxpaHsITUCh YMEPEHHBIE SIBJICHUSI IIUTO-
Jiu3a renatouuToB no naHHbiM BAK.
PeGeHOK B TeueHUE NJIMTETLHOTO BpeMEH!
nojyvas tepanuio Ypcodaibkom. B mae u
nexkabpe 2013 r. obciienoBaH B Poccuiickoii
netckoit knuHuueckoit bonbHule (PIKB)
r. Mocksbl. [1pu o6cnenoBaHuM oTMeua-
JIOCh TIOBBILIIEHUE YPOBHS TPAaHCAMUHA3,
rumnepxojiecTtepuHeMus 6,71 MMoJb/1
(HopMa — 1-5,2 MMOJIB/IT), TUTIOTIPOTENHBI
HUBKOM MJIOTHOCTHU — 4,5 MMOJIb/1 (HOpMa
110 2 MMOJ1b/N), anbda-1-aHTUTPUTICUH,
LIEPYJIOTIIA3M W H, TJIFOKO30TOJIEPAHTHBIIA
TecT, IMMYHOTpaMMa, KoaryjaorpamMmma —
B HopMe, TecT Ha TORCH-unbexumuu —
OTPUIIATEILHBIN, KOMITBIOTEPHAS TOMO-
rpadust opraHoB OPIOIIHOM MTOJIOCTU BbISI-

BUJIA TEMaTOCIICHOMETAIUIO U KU POBYIO
nuctpoduio neyeHu. [1To rTaHHBIM OMOII-
CHHM MeYeHU — MTPU3HAKHU XPOHUIECKO-
ro reraTuTa, MHIEKC TUCTOJOTUYECKO
aktTuBHocTH (MT'A) mo Knodell (1981) —
1o 6-7 6an10B. Mopdonorndeckue n3me-
HEHUS XapaKTepHBI A5 00JIe3HN HaKO-
niaeHus. ['mcronornyeckoe onucaHue:
«ApPXUTEKTOHUKA MEYeHU HapylleHa
3a CYET BhIPAXKECHHOU AMCKOMITJIEKCa-
uuu renatouuToB (10 40%). lenmatouuTsl
(opMUPYIOT TPYTITHI KJIETOK Pa3IMIHBIX
pa3MepoB. B muToriasMe orpenenasieTcst
3epPHUCTOCTH. Amapa okpyrioii GOpMBbI.
MHorostiepHble KJIeTOUHbIE 2JIEMEHTHI He
BCTpevatoTcs. B eIMHUYHBIX rermaTonuTax
OIPENEISTIOTCS MEJIKHE AETTO3UTHI KeJTu-
HOTo MUrMeHTa. [TopTaibHbie TPAKThI
HE3HAUYMTEJbHO PACIINPEHBI, CKIEPO3U-
POBaHBI, ONIPENESIOTCS HEIOIHbIC TTIOPTO-
MmopTaJibHble CenThI. [10 XOMy MOpTalbHBIX
TPaKTOB ¢J1ab0 BhIpaxkeHHAas JTUMQOI -
TapHasg uHpuabTpanusa. CUHYCOUIbI
cyxeHbl. OTMevaeTcss HabyxaHue KyIl-
$epOBCKUX KJIETOK. 3aKJIIOUCHUE: XPO-
Hu4yeckuii rematut, UTA nmo Knodell —
110 6-7 GaJIoB».

AHaJIM3 KPOBU Ha KUCJIYIO JINMA3y —
18 HM/mr/9ac (Hopma 30-118).

Henpsimas pubpoanactpomeTpus neve-
HU — pe3yJIbTaT UCCIIEIOBAHUS CBUICTEIb-
crByeT o craguu FO-1 METAVIR.

Bbuoxumuueckoe oocienoBaHue:

® METOIOM TaHIEMHOI MacC-CITeKTPO-
METPUU UCKJTIOUEHBI HanboJiee pacipo-
CTpaHEeHHBbIe HACIeACTBEHHbIE aMUHO-
alMIoIIaTU M, OPTaHNYEeCKUE alluIypUH,
e eKThl MUTOXOHIPUATBHOTO OeTa-0OKUC-
JICHUST;

e Gm1-TaHTJIMO3UA03 UCKITIOUCH;

® reHeTHYeCKUi aHau3 B DenepaabHOM
rocy1apCTBEHHOM OIOI>)KETHOM HayYHOM
yupexkaeHUn MeauKo-TeHeTUYeCKU i
Hay4YHBII LIEHTP MMEHU aKaaeMuKa
H. I1. BoukoBa PAMH — oGHapy»eHo yBe-
JIMYEHUE TAHIEMHBIX TTIOBTOPOB (7 TTOBTO-
POB), UYTO MPUBOAUT K CHUXKEHUIO (DYHK-
LIMOHAJIbHOM aKTuBHOCTH Oeika UDP —
IIOKO3MJITpaHcdepassl 1, ToaTBepKaast
cuHapom XKunnoepa. [Ipu obcnenoBaHun
BBISIBJICHO CHUKEHUE YPOBHS KUCIOW
numasel — 27 HM/Mr/49ac (Hopma — 30-118),
YCTaHOBJIEH IMarHo3: «Jledunut nu3o-
COMaJILHOMW KUCJIOW JIMTa3bl — 00JIe3Hb
Bonbmana 2-ro Tumnar.

I1pu ananuse reda L/PA BoissBIeHa
MYTall1sl B TeTePO3UTOTHOM COCTOSIHUM.

C cenTs6pst 2014 1. 1 1Mo HacTosIIIIee BpeMst
pebeHOoK HabIoaaeTCs B OTACACHUM MEIU-
urHckoi reHeTuku @I'BY PIKB MockBbl
¢ IMarHo3oM: «JlereHepaTuBHBIE 3a00JIeBa-
HU S HEpBHOI cucTeMbl. HemocTarouHOCTh
KHUcJol una3el — 60Jie3Hb BonbMaHa
2-ro Tumna. ['ermaromeranus».

C 28.10.2014 r. monyyaeT maToreHeTH-
YECKYI0 3aMeCTUTEIbHYIO Teparnuio dep-
MEHTHBIM TpernapaToM: UH(GY3UHU B/B uepe3
uHdy30MaT Ipenapara cedeyinmnasa ajbda.
Jo3a npenaparta — 1 MI/Kr u3 pacuyeta
Ha ofaHy uH@y3uto. [To6ouHbIX 3P HEeKTOB
Ha BBeJICHUE TTpernapara He 0OTMEYasioch.

JIEYALLIMI BPAY, TOM 25, Ne 9, 2022, https://journal.lvrach.ru/



Pediatry. Neonatology

MapakAMHUYecKuWe AaHHble [Tabanua cocTaBAeHa aBTopamu] / Paraclinical data [table compiled by the authors] foonia £
06.01.2012 . 18.01.2012r. 24.01.2012r. 17.04.2013 . 06.05.2013 .
(LPB) (OAKB) (OAKB) (PAKB) (PAKB)
06wuit aHaAH3 KPOBH

Temorno6uH 92 1/a 106 r/n 129 121

NeiKoLnT 11,3x10%/A 14,2x10%/a 10,10 10,60

CKOpOCTb OCEAAHUST 3PUTPOLUTOB 60 MMm/y 10 Mm/y 4 17

BHOXMMHYECKHI aHAAU3 KPOBH

06LmMi 6enok 69 /A 68,20 70,00

BuAnMpy6uH 06Limi 105 MKMOAB/A 10,7 63,5 MKMOABb/A 9,70 MKMOAb/A 3,0

BUAMpPY6UH CBA3AHHbIV 50 MKMOAb/A 23,7 MKMOAb/A

BuAnpy6uH cBOBOAHBIN 55 MKMOAb/A 39,9 MKMOAb/A

ANaHMHaMMHOTPaHchepasa 460 Ep/n 72,1 Ep/n 556 Ea/n 160,90 68,00

AcnaptatamuMHoTpaHchepasa 13,9 Ea/A 60,2 Ea/A 123 Ep/A 69,60 56,00

LLlenouHas dpocdaTtasza 1361,8 Ea/n 843,9 Ea/n 822,6 Ea/n 237,60 206,00

NakTatpermaporeHasa 353,3 Ea/A 1311 Ea/A 223,70

lamma-rayTamuatpaHchepasa 24 Ep/N 110,9 Ea/A

MpoTPOMOUHOBLIN UHAEKC 104 %

C aBrycra 2017 1. mosry4yaeT hepMeHTO-
3aMECTUTEJIbHYIO TEPaInio B YCIOBUSIX
racTPO3HTEPOJOTMYECKOTO OTASICHU S
TAY3 OKDb 1 pa3 B2 Henenu. [locnenHsist
TOCITUTAIN3ALINS B OTACJICHUE TIeNUaTPU-
YeCKOU raCTPO3IHTEPOJIOI MU, TermaToI0-
ruu u guetojoru ®I'BYH ®UILI nuta-
HUS ¥ OuoTexHonoruit ouiia ¢ 20.04.2021
mo 27.04.2021 r.

NMapakaunnueckue paHHble

[Taparropmon — 31,3 nmosib/n (HopMa —
1,6-6,9), 25-OH Butamuu D — 13,5 Hr/mi
(HOpMma — 30-100).

Kanpuuit B Mouye — 0,86 MMOJIb/J
(Hopma — 4,1-14 MMoB/T), KaabIUil —
0,26 MMOJIb/CYTKH.

DnacTtporpadusi eyeHu — MeauaHa u3me-
pEeHUI 2JTACTUYHOCTH TIEUEHU COCTABIISIET
4,5 xI1a B pa3IMYHBIX yYacTKaxX IMpaBou
IIOJIU, 2JIACTUYHOCTh €€ OTHOPOIHA, pa3-
MaX WHTePKBAPTUJIbHBIX 3HAYEHU I —
0,9 xI1a. 3akatoueHMe: MIOTHOCTD IMEYCHU
He udMeHeHa. OOt pe3ysbTaT uccie-
MIOBaHWY ¢ HAaUOOJbIIEH BEPOSITHOCTHIO
COOTBETCTBYET I'MCTOJIOTUYECKOU CTanuun
¢dudpo3za FO.

Knaundeckoe obcienoBanue. CoctosiHue
TIPY MOCTYTIJIGHU U CPEIHEN CTeTIeHU TSIKe-
CTH. SI3bIK UYMCTBIN, PO3OBbIU, BIaXKHBIM.
Kupot npaBuiibHOi HOPMBI, MATKU,
nanbnanus 6e300Je3HeHHA 110 BCEM OT/e-
naM. [TeyeHb BBICTYMaeT Ha 2 CM HUXKe Kpast
pebGepHolt myTH, Kpail 3aKpyTJieH, dJacTUy-
Has. Cene3eHka He nagbnupyercs. Ctyn 1
pa3 B 1-2 nHs1, oOpMIIEHHBIH, aKT nedexa-
1y 6e3601e3HeHHbIN. Bec — 25 kT, pocT —
128 cM. UHaexe maccel Tena — 15,26 kr/m2.

Obuwyuil anaau3s Movu: SITUTETNMA MIOCKUI —
2-3 KJIETKHU B TI0Jie 3peHus (11/3), SpUTpo-
LIUTHI U3MEHEHHBIC — 1-2 B 11/3, 6aKTepun
MPUCYTCTBYIOT (+), yaeabHbli Bec — 1025,
pH — 5,0, asputpouutsl — 0-1, rioko3a —
oTpullaTebHAasI, aCKOPOMHOBAsI KHUCJIO-

Ta — OTpULIATEIbHAS, ISHKOLUTHI — 2-3,
KETOHBI — OTpUIIATeIbHbIC, OUTUPYOUH,
YPOOUJIMHOTEeH — OTpULIaTeIbHbIe (Ta01. 2).

YIbTpa3ByKOBOE UCCIIEAOBaHNE OPTaHOB
OPIOLITHOI MOJIOCTH — OCMOTPEHA MOJTHO-
CThI0, HOpMaJIbHasI, OMHOPOIHAs, BHY-
TPUTICUEHOYHBIE TTIPOTOKH HE PACIIUPEHBI.
Tonmuna rmpaBoii 1o — 12 cM, JIeBO# —
5 ¢M, KOHTYPBI YeTKHUE, POBHBIE, CTPYKTY-
pa mapeHXUMBI HopMaJibHas. 2KeTIHbII
My3bIpb: hopMa 0ObIYHAsI, IInHA — 6,8 CM,
mupruHa — 2,2 CM, CTEHKH He YTOJIEHBI,
X0JIeIOX He pacinupeH. [TomxkeaymouHas
KeJie3a: KOHTYPHI pOBHBIE, TOJIOBKA —
1,4 cm, Tenno — 0,9 cm, xBocT — 1,5 cM, po-
TOK 3KeJIe3bl He YBeJIMUYeH. 3aKTI0ueHUe:
yBeJIMYEHUE MTPABOiA JOJU MEUCHU.

IIposedeno neuenue: nueTa, BHyTPUBEH-
HO€ KarleJIbHOE BBeAeHNEe ceOeTnmasbl
anbda B 103e 40 MT B TeUeHME TBYX YaCOB.
Peakuuu He ObLI10.

BbiBOABI

1. OCOOEHHOCTBIO TAaHHOTO KJIUHUYEe-
CKOTO ciiyuas SBJISIeTCS COUeTaHUEe TpeX
depmeHTONaTU (IePULIUT aKTUBHOCTHU
TITI0K030-6-(hochaTaeruaporeHasbl 3puT-
POLIUTOB, Ne(UILINAT JTU30COMHOMN KUCTIOM
JIUTIa3bl, CHUXEHUE (PYHKIIMOHATbHOM
akTuBHOCTU Oesika UDP — rinoko3u-
TpaHcdepasbl).

2. TpynHocTbhio Aud hepeHInaIbHOK
JIMAaTHOCTUKU B J1eOl0Te 3a00JIeBaHU S
SBJISIIOCH ITpeodIafaHue Heceupu-
YEeCKUX CUMIITOMOB 0OJIE3HU: IMXOpaaKa
no hedbpulbHbIX LUDP, pBOTA, AUAPES
Ha (DOoHe JIeKapCTBEHHOM Tepanuu, KeJl-
TYIITHOCTb KOXHBIX TOKPOB U CKJIEp, TEM-
HBI LIIBET MOY M, TeNaTOCIIJIECHOMETaausI.

3aknoueHnue

1. IMatoreHetnyeckoe neyeHue JAJTKJI
MPOBOIUTCS MTOKU3HEHHO (hepMEHTHOIM
3aMECTUTEJIbHOU TepaIruen ¢ IOMOIIbIO

LECHASCHI VRACH, VOL. 25, Ne 9, 2022, https://journal.lvrach.ru/

cebenunasbl ajibha — peKOMOMHAHTHOM
JIKJI, koTopast mpuMeHsIeTCs C LEeIbIO YIy4-
IIeHUsT MeTaboM3Ma JTUTTUIO0B U YMEHb-
eHns HaKoTUieHUsT DX 1 TPUTITULIEPUIOB
y IalieHToB Beex Bo3pactoB mpu JJJTKJL.

2. IporHos npu BH2X 3aBucUT OT BO3-
pacrta MaHubecTaluu 3a00JIeBaHN S U BHIpa-
SKEHHOCTU KJIMHUYECKUX MTPOSIBICHUIA.
CBoeBpeMeHHasl AMarHoCTKa U Ha3Haye-
HVE TaTOTeHEeTUUEeCKOU Teparuy Ha pAaHHIX
cTaausx 3a00JIeBaHU S OINPEAeIISTIoT OJ1aro-
MPUSITHBIN MTPOTHO3 U YJIYYIIAIOT Ka4eCTBO
xu3Hu neteit ¢ BHOX, mpenorepaias pas-
putue tuppo3sa neyeHu. [l

KOHOAUKT MHTEPECOB. ABTOpbl CcTaTbi
NOATBEPAMAW OTCYTCTBHE KOHOAUKTA MHTEPECOB,
0 KOTOPOM HEOBXOAMMO COOBLLMTD.

CONFLICT OF INTERESTS. Not declared.
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Tabanua 2

MapakAuHUueckue AaHHble [Tabanua cocTaBAeHa aBTopamu] / Paraclinical data
[table compiled by the authors]

20.04.2021 r. (nocrepHnan
rocnutanusauusa B OrbYH «dUL,
nuTaHua U 6uorexHonorui»)

25.08.2021r.
(mocnepnnn rocnurta-
Au3auusa B OAKB)

06wwMi aHaAu3 KPOBU

TeMorAo6uH 123 1/n 116 r/a
SPUTPOLINTI 4,49x1012/a 4,24x1012/n
NeNKOLMTHI 4,61x10%/a 3,0x109/a
AmooumTbI 62,8% 55%
MOHOUUTBI 8,5% 6,0%
Tpom6ouuTh 238,3x10%/a 170x109/a
CKOpOCTb OCEAAHUS 3PUTPOLMTOB 5 Mm/u 8 Mm/u
BHOXMMHUYECKHI aHaAU3 KPOBH
061wwmit 6enok 76,0 r/a
MoueBuHa 4,9 MMOAb/A
KpeatnHuH 52,3 MKMOAb/A

BUAMPY6OUH 061t

27,86 MKMOAb/A

33,9 MKMOAb/A

BUAMPYOUH CBA3aHHbIM

1,24 MKMOAb/A

BuAMpybUH cBOOOAHBIV

AnaHWHaMHUHOTPpaHCcHepasa 66 Ep/n 75,6 Ep/n
AcnaptaTtaMuMHOTpaHchepasa 53,2 Ea/A 47,8 Ep/A
LLlenouHan docoartasa 384,7 Ep/n
NakTatpermaporeHasa 337 Ep/n 377,3 Ep/n
FaMMa-rayTaMUATpaHchepasa 16,4 Ep/n 13,5 Ea/A
MpoTPOMOUHOBBIN MHAEKC 102% 87%
®ubpuHoreH 3,82 1/a 2,7 t/n
MexayHapoAHOE HOpMaAU30BaHHOE 1,11 1,23
OTHOLLEHKEe

MpoTpombrHOBOE Bpems 12,1 cek 16 cek
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