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Pesiome

[ednumt nM30CoMHO Ko nnassl— oppaHHOe ay TOCOMHO-peLiecCMBHOE 3ab0neBaHiie, CBA3aHHOE C Hannuem MyTauui

B rere LIPA. KnuHnyeckme npossneHus feduimuTa NM30COMHONM KMCNO NMnasbl 6bIBaIOT B BUAE AABYX OCHOBHBIX GOpM: 60ne3Hb

BonbMaHa 11 6one3Hb HakonneHus 3GrUpoB xonecTeprHa. B cTaTbe NpecTaBneHbl COBPEMEHHbIe CBeieHNA O 3a00M1eBaHN,

OMnKcaHbl Hanmbosee XapakTePHbIE KNUHWUKO-NabopaTopHble MPU3HAKM, 0COBEHHOCTV GEPMEHT 3aMeCTUTENbHOM Tepanuy,
EDN: XKVTUM VICXOAbI M MPOTHO3 Y ieTeld. Takxe B CTaTbe NPUBOAMTCA COBCTBEHHOE KNIMHMYECKOE HAbMIoAeHe CeMetHOro Cyyas 6one3Hm
HaKomMneHs 3QMPOB XONeCTePUHA, AMArHOCTUPOBAHHOIO Y POJHBIX OPAThEB.

KntoueBble cnoBa: iedvLnT NM30COMHON KUCNO N1Na3bl, 6ofe3Hb HakonneHna 3G1poB xonecteprHa, 6one3Hb BonbmaHa,
KIMHUYECKUI Cllydalt, GepMeHTHas 3aMecTUTeNnbHas Tepanus

KoHbAMKT HTepecoB. ABTOPbI 3aABNAIOT 00 OTCYTCTBUM KOHPNMKTA MHTEPECOB.
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Summary

Lysosomal acid lipase deficiency is an orphan autosomal recessive disease associated with the presence of mutations in the LIPA
gene. Clinical manifestations of lysosomal acid lipase deficiency come in two main forms: Wolman's disease and cholesterol
ester storage disease. The article presents current information about the disease, describes the most characteristic clinical and
laboratory signs, features of enzyme replacement therapy, outcomes and prognosis of the disease in children. The article also
provides its own clinical observation of the family case of cholesterol ester storage disease in brothers.
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JIuzocomuast kucnas nmumasda (JIKJI) — equHCTBEHHBIN
dbepmeHT, pacuiensaoONKil HeMITpaAbHbIe TUIIN/bL
B mn30coMax. leuImT 1130COMHOI KICTON TMIa3bl
(IJIKJI) - opdaHHOE ayTOCOMHO-PELIECCUBHOE XPO-
HIYeCKoe Mporpeccupyioliee 3ab0eBaHme, B OCHOBE
KOoTOporo nexxut gedekr reHa LIPA, kogupyrouiero
JIKJL, 4TO IPUBOLUT K HAKOIIJIEHIIO CIOXHBIX 93U POB
xonectepuna (9X) u rpurnunepupnos (TT) B mevenu,
cefne3eHKe, CTEHKaX KPOBEHOCHBIX COCY/IOB U APYTUX
TKaHaX [1].

Knuunuecku JJIKJI MoxeT IpoTeKaTs B iBYX e-
HOTUIIMYeCKNX popMax:

o 6ome3np Bonbmana (BB) - manndectanmsa cuMnTo-
MOB 1 GBICTPOE VX IIPOrPeCCHPOBaHIIE IPOUCKXOFUT
B MJIaIeHYeCKOM BO3pacTe;

o 06oye3Hb HaKoIIeHUs 3PUPOB XOnmecTepuHa
(BH9X) - xapakTepusyercs 60ee Me/l/IeHHBIM ITPO-
rpeccupoBaHyeM i MaHKdecTanyes KTMHNIeCKIX
NpOABJIEHMII y [IeTell B CTapllieM BO3pacTe.

Brepssie BB 6b11a onncana B 1956 r., a BH9X -
B 1963 r.. YacroTa s BB cocraBisier mpubnnsnresns-
Ho 1 Ha 100000 1 2,5 Ha 100000 mig BH3X. ITanimeHTHI
¢ [IJIKJI AABRA0OTCS, KaK MPaBUIO, TOMO3UTOTHI, 6O

CTIO>KHBIMY FeTePO3UTroTaMy 1o MyTanusam reqa LIPA;
Y HEKOTOPBIX GOTIBHBIX MOTYT MMETh MECTO CKPbIThIE
MYTallVy, He BBIAB/IAeMble CTAHZAPTHBIMU METONAMM
IOHK ananmusa. Ha cerogHAIIHNI IeHb BHIABIEHO 60-
nee 40 TeHHbIX MYTalMii, CBA3AaHHBIX C HAPyLIEHNEM
¢ynxuun LIPA [2].

ITenb MccnepoBaHMA — U3YINTD KIMHIYECKIE ITPO-
asnernsa BHIX na mpuMepe onmcanmsa KIMHNIECKOTO
CeMeITHOro c1yd4ast 3a60/1eBaHMst Y POXHBIX OpaThes.

JIKJI urpaet K/II04eBYI0 POJIb B METaOOIM3Me JIUIIN-
moB, ocymectsas rupponus X u TT B 1n3ocomax o
CBOOOJTHOTO XOJIeCTepUHA M XKV PHBIX KUCIIOT. B HOpMe
TOC/Ie CBA3BIBAHMUA C PEIeNITOPOM Ha MTOBEPXHOCTH
KJIETKY JIMIONPOTENbl Hu3Kol nmiaotHocty (JITTHIT)
B COCTaBe KOTOPBIX 00/IblIlIas 4acTh XO/IeCTePyHA HAXO0-
puTcA B Bupie X, IPOHMUKAIOT B KJETKY, TPAHCIOPTH-
PYIOTCA BHYTPU 3H[0COMBI, CIMBAIOTCA C TM30COMOVA,
rae pepment JIKJT ocymectnser rupponus X u TT
0 CBOOOIHOTO XO/IeCTepyHa U XM PHBIX KUC/IOT. B yc-
TOBMAX CHMKeHHO akTuBHOCTHM JIKJI n ee momHOTO
orcyrcreusa OX n TT He MeTabonusnpyrorcsa u Haka-
IIMBAIOTCA 0COOEHHO B TM30coMax KieToK Kyndepa
u rermatonnToB. CBOOONHBII XONECTEPIH 1 KUPHbIE
KIUCTIOTHI B KJIeTKe He 00pasyIoTcs, 4YTO IIPUBOANT K UX
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BHYTPUKIETOYHOMY febuuuTy u aktupauuy [MI-
KoA-pemyKraspl, CMHTE3Y 9HJJOT€HHOT'O XO/IeCTepyHa
u TT, ycunenuro snponurosa xonecrepuna. Januore
IIPOIeCCHl 00YCIOBNINBAIOT BO3SHIKHOBEHNE THIIEP-
XOJleCTepMHeMNN U Jucannupemun [3].

Takum o6pasom, Hakomnenue X u TT B mevenn,
celle3eHKe ¥ JPYTUX OpPraHaX CONMPOBOX/AETCA AMC-
JUIMAEMUel C MOBBIIIEHHBIM YPOBHEM 001IIero Xo-
JleCTepUHA B CBIBOPOTKE KPOBY, BLICOKMM YPOBHEM
xonectepuHa JIITHII, cam>xennem ypoBHA Xonecre-
PMHA JIMIIOIPOTENHOB BbICOKOII ImotHocTH (JITIBIT),
a Taxoke nospienyeM yposus TT [4].

JJIKJI xapakTepusyeTcsl Ha IPOTAXXEHUM CBOETO
K/IMHMYECKOTO TeYeHNUA OIpefle/IeHHbIMYU CYMIITOMA-
MJ C Pa3HBIM TEMIIOM IIPOI'PeCCHPOBAHMA.

ITpu c6ope aHaMHe3a ¥ Kanob caefyer o6paTUTh
BHIMaHIe Ha HaJIN4Je TeIaTo- V/IN TeIlaTOCITIeHOMe-
rajIny; 3a7ep>KKu GU3NIeCKOro pa3BUTHA; CTaboCcTH,
HOBBIIIEHHON YTOMIAEMOCTY; AMapen, 607elt B XX1UBO-
Te, cTearopey (IIpy BOB/IEYEHHOCTH B ITATOIOTMYeCK I
IpolLiecC KMIIEYHUKA); IPU3HAKOB XKeITYXH, aCLINTa,
BapMKO3HOTO PACIIMPEHN BeH IuIieBofa (Ipu Gpop-
MUPOBaHMM LMPPO3a IEeYEHMN).

Ba’>KHBIM acIIeKTOM B IMAarHOCTMKe 3a00/IeBaHUA
ABJIAETCA USYYEHME CEMETHOTO aHAMHE3a.

BB - pegkas ¢ynbmunantHas dopma JIJIKJI, mpo-
ABNAOIIAACA C IePUOJia M/IaJleHYeCcTBa, KoTopas Ipu-
BOJUT K Pa3BUTHUIO IIEYEHOYHO HEJOCTATOYHOCTH
U IpeXIeBPEMEeHHON CMepPTH BO BTOPOM IOTYTOfUN
xkusHu. KnmEnYeckas KapTHA XapaKTepu3yeTcs Ipo-
rpeccupyIolleli remaTocIIeHoOMeTanyeit; CMHPOMOM
ManpabcopOuum, IPOSBISIOUINIICSI PBOTO, fuape-
€il, HyTPUTUBHOI HEJOCTATOYHOCTBIO U 3aJeP>KKOI
TeMIOB (QUSMYECKOTO Y ICUXOMOTOPHOTO PasBUTHSA;
MaCCHUBHBIM yBeIMYeHNeM U Kanblydukanueit Haj-
MIOYEYHIKOB C Pa3BUTHEM HEJJOCTATOYHOCTH MX KOPBI;
HEBPOJIOTMYECKMMU HapYIICHUAMM.

BH3X - HaunHaeTcs B MO3[HEM BO3pacTe peOeH-
Ka, XapaKTepu3yeTcs1 6ojee Mefi/IeHHBIM XapaKTepoM
PasBUTHUA, OTCYTCTBYMEM HEBPOIOTMYECKON CUMIITO-
MaTVUKM. Bemyuine cMMITOMBL: IpoTpeccupyiomiee
TIopaykeHue MeYeHN ¢ HaTayeM CMH/[poMa N TONN3a,
ramaroMeranusA ¢ GoOpMMPOBaHMEM LMPPO3a TIeUYeHN
U pa3BUTHUEM II€Y€HOYHON HeOCTATOYHOCTH; HNUCTIH-
IuAeMMs — MOBbILIEH)E B CBIBOPOTKE KPOBYU YPOBHA
xonecrepuHa JIITHII u TT npu HopMaTbHOM UK HU3-
KoM ypoBHe xonectepuna JIIIBII, uro urpaer ponp
B Pa3BUTHUM aTepocKieposa. IloBbIeHHbIe YPOBHNI
tpancamnHas (AJIT, ACT) B cbIBOPOTKe KPOBU ABJLA-
I0TCsI paHHUMU MapKepaMu IOBpeXAeHus edenn [5].

Hnanoprsepxpenus [JJIKJI pekomenayeTcs npose-
IeHue 61I0XMMIYECKOT0 UCCTIefOBAHMUA: OIIpefie/ieHNe
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aktuBHocTH JIKJI B neiikonnTtax mepudepudeckoit
KPOBH, IIATHAX KPOBY, BBICYLIIEHHOIT Ha GpUIBTPOBATIb-
Holt 6ymare. IToTHOe ceKBeHMPOBaHUe KOAMPYIOMUX
obnacreit reHa LIPA mosBosnsieT oxapakTepusoBaTh
TeHeTMYeCKNI CTAaTyC JINI] C TOJ03PeHNEM Ha JaHHOe
3aboneBaHue.

IIpoBesenne ynbTpasByKOBOIO MCCIENOBAHMA
(Y3U) neyenu u ceneseHKM MO3BOIAET BHISIBUTD UX
yBeIMYEeHNeE, a TAKXe CTeaTos nedeHn. /lnaruos, mo-
CTaBJICHHBII TONBbKO Ha ocHOBaHMM Y3V 1 6uoncun
HeYeH N, MOXKET ObITh HellPaBI/IbHO K/IacCUPUIIMPOBAH
KaK Hea/IKOTO/IbHAsI XUPOBast 60/Ie3HD [IeYeH, Heall-
KOTOJIbHDII CTE€ATOreMaTUT UM KPUIITOT€HHbIN XPO-
HIYEeCKMIL TenaTUT. 330(haroracTpofyoseHOCKOIM
NPOBOAMTCA NALMEHTAM NPy HaAM4IUM IPU3HAKOB
HOPTaNbHOI TUIIEPTEH3UMN.

CeMbsAM ¢ GONTBHBIMM HETbMM PEKOMEHJYeT-
cA MeJMKO-TeHeTHIeCKOoe KOHCYIbTUPOBaHME I
Ppas3bACHEHNU A TeHeTUYECKOTO pucka. B cembax, nme-
IOI[MX 60NBHOTO pebeHKa, CYIeCTByeT BO3MOXHOCTD
NpOBEJEHNA NPEHATaIbHOI NMAaTHOCTUKM, KOTOpas
IPOBOANTCA MOJIEKY/IIPHO-TeHEe TUYeCKIMU YTV 6110-
XMMWYeCKMMIY MeTOfaMI, myTeM uccnenosanys JHK,
BBII€/IEHHOJ 13 OMONTaTa BOPCYH XOpMOHa Ha 9-11-11
Hefie/le 6epeMEHHOCTY /MU KJIETOK aMHMOTHYe-
CKOJI )XMKOCTH, IIJIOJHONM KpoBu Ha 20-22-i1 Henerne
6epeMeHHOCTH.

ITannentam Bcex BospacTos ¢ [IJIKJI c nenbro ymyd-
HIeHM s MeTaboMM3Ma INNKU/OB ¥ YMEHbIIEHU s Ha-
xomtenusa DX u TT pekoMeH0BaHa OKM3HEHHAA
depmenTHasA 3aMectutenbHasA repanus (P3T) pexom-
6nnantHoit JIKJL. Ha ceronns mpu [IJIKJI ycraHoB/IeHa
BbICOKas 3¢ PeKTUBHOCTD U 6€30IaCHOCTD IpUMe-
HeHusA cebenumassl anboa. [Ipenapar HasHavaeTcs
u3 pacyera 1 Mr/kr 1 pas B 2 Heflen BHYTPUBEHHO
kamnenbHo mpu BHOX; mpu BB o3a mpenapaTa MmoxxeT
TOCTUTATh 3 MI/KT, B HEKOTOPBIX CTy4YaAX BBOJUTCS
excenefiennbHo. P3T obecmeuynBaeT ycToitdnBOE YIyd-
LIeHMe COCTOSIHMA ManneHToB ¢ BHOX: Hopmanusyet
YPOBHM TpaHCaMMHa3, 06beM IeUeHM U CeNIe3eHKI,
KONIMYIECTBO XMPa B IEYEHH, YTydIIaeT IPOTHO3 B OT-
HOIIEHNY BbKMBAEMOCTH MAI[MEHTOB.

ITpu ob6cnemoBanuy cubnMHroB (6paTheB U cecTep
npobanpa) MOryT ObITh BbIsiBIeHSI AeTu ¢ [IJIKJL, He
MMeoI e KITMHNYEeCKUX IpoABNeHnit. Takue mannen-
THI HY>KIAI0TCA B HAOMIONEeHNY, HAYMHATD UX JICIeHUe
Heo6XO[ MO NPY TOABIEHNM MEPBBIX CMMIITOMOB
6omesHm.

[Ipu oTCYyTCTBMM IATOr€HETUIECKON TepaNuy IIPO-
BOIUTCS CMMIITOMATUYeCKasA Tepanus, a TaKxXe Je-
JeHIle, HallpaB/IeHHOe Ha MPO(UIAKTUKY PasBUTUA
LMppO3a IeYeHN.

MpuBoanm co6cTBEHHOE KNMHNYECKOe HabnogeHne

Pebenok 17 net popuics ot IV 6epemenHoCTH, IPO-
TeKaBleil Ha poHe nuenoHeppuTa B cpoke 34-35
Heflenb, Il HOpMabHBIX CPOYHBIX POJOB C MAacCOM
tena 3430,0 T, ;iuHOM 53 cM. OueHKa 1o mkasne Anrap
7/8 6annoB. Poc 1 pa3BuBancs COOTBETCTBEHHO BO3-
pacty. IlepeHeceHHBIe 3a60/I€BaHMS: OCTPBIE PECIIN-
paTtopuble NHGEKUNN, 0OCTPYKTUBHBI OPOHXUT,
BeTpAHaA ocna. B Bospacre 2 neT 8 Mecsaies poau-
Te/IM BIIepBble 06paTU/IN BHMMaHMe Ha yBeTMYeHUe

XKUBOTa B 06beMe y pebeHKa 1 06paTuinch 3a moMo-
1IBIO K MefIMaTpy.

ITpn ocmoTpe megmaTpoM BbIABIEHBI: pacCIIMPEHNE
BEHO3HOJI CeTV Ha XXMBOTE, FelaTOMeTanyA — HVOKHII
Kpail IeYyeHy NajbIupoBaica Ha 3—4 CM HIDKe Kpas
HpaBoil pe6epHOIT AYTM, CIIEHOMETanusa — HVUKHUI
IIOJIIOC CeJIE3E€HKM BBICTYIIa/l HA 2 CM HIXKE Kpas JIEBO
pebepHoit gyru. OTMedascs 3aMasKo0OpasHBLIl CTYI
JKENITO-CEPOro 1iBeTa 1-2 pasa B CyTKIU.



KNMHWuYeckne HabnopeHusa | clinical cases

ITpu mabopaTopHOM 06CIefOBaHNY BBISBIEHO IIO-
BBILIIEHNE YPOBHS LIeOYHOI pocdaTasbl, IOMTOKN-
Te/lbHasA TUMOJIOBas Mpoba. YpoBHM 6MIupy6MHa,
TpaHCAMJHa3, 001IIero 6e/IKa COXpaHAMNCh B Ipefeax
BO3PacTHON HOPMBI.

B manmbHeiimeM y pebeHKa OTMEYaI0Ch ITOCTEIIEHHOE
yBe/lIudeHye pa3MepoOB IIeUeHN I Cefle3eHKN. B 7 et
B OMOXMMNIYECKOM aHanu3e KpoBy 3adUKCUPOBAHO
HOBbILIIEHNE YPOBHA XonecTepuHa, TT, TpaHcaMMHa3s.

B 2017 romy B Bo3pacre 11 eT 111 yCTaHOB/IEHUA
nuarHosa pebeHok o6cmenoBaH B LlenTpe opdan-
HbIX 3ab6oneBaHuit HanmoHanbHON LEeTCKOM CIelu-
anusupoBanHoit 60npHNIBl «OXMATIET» (Knues).
Ha ocHoBaHMM crienuduuecKux 6MOXMMUIECKUX
U MOJIEKY/IAPHO-TeHeTMYeCKIX 06CIefOBaHmMIl fua-
THO3 ObIT Bepy LM POBaH: HACNIECTBEHHAA IN30COM-
Has 060JIe3HDb HaKOIUIeHUA: 6071e3Hb Bonbmana (undp
o MKB 10 nepecmorpa - E 75.5).

B Bo3pacTe 16 s1eT pebeHKY 6bl/1a Ha3HaUeHa CIIELIU-
¢duueckas 3T npenaparom cebennmnassl anbda B 103e
1 mr/kr 1 pas B 2 Hefienu.

HamomeHTHamero ocMoTpaHa6ase 'BY «T'opopickas
meTckas KamHudeckas 6onpauna Ne 1 1. JJosenka» co-
cTosiHMe pebeHKa cpefjHelt TsxecTH. Bec — 56 kxr. He
nuxopaput. PebeHok Bsinblit. OTMedaeTcst c1abocTp,
yToMs1eMoCThb. KoXXHbIe ITOKPOBEI 6/1eAHO-PO30OBBIE,
CBINIM HeT, HapaopOuTanbHble TeHN. CIM3KCTaA 3eBa
posoBas. S3bIk 06/10KeH 6e/bIM HaleToM. B merkux
BE3UKY/IAPHOE IbIXaHMe, XPUIIOB HeT. JesTeNbHOCTD
cepAlla pUTMUYHASA, TOHBI IpUITyLIeHbl. JKMBOT yBe-
JMYeH B 06beMe B OOJIbIIeIT CTEIIeHN 3a CUeT IIPaBoil
TI0JIOBMHBI, PaCIIMPEHME MOJJKOXKHOI BEHO3HOI ceTn
Ha IepelHeli OPIOLIHOI CTeHKe; MPY MasbIIaliuy OT-
MedaeTcs 60JIe3HEHHOCTD B SIIMTaCcTPalbHOI 06/1acTu.
ITeyeHb BCTymaeT M3-MOJ Kpas pebepHOI Ayru Ha
7-8 cM, HVM>KHUIT Kpail IeYeHM IJIOTHBIN, MajIbIanus
6onesnennas. Ceye3eHKa BBICTYIIAeT Ha 3 CM U3 IIOf,
Kpas pebepHoit ayru. CTy peryasapHsiii, opopMIeH-
HbII1. Modenciyckauus cBo6ofHble, 6e300/e3HeHHbIE.

O6muit aHanM3 KpOBU: SPUTPOLUTHI — 4,3 T/,
remornob6uH — 122 r/n, neiikouuTtsl — 6,5 I'/1, s03u-
Houmsl — 3%, mamoukosigepHsle — 3%, CErMEHTOsI-
mepHbie — 62%, TUMPOUUTHI — 26%, MOHOLUTHI — 6%,
CO3 - 6 Mmm/4, TpoMboOLUTHI - 226 I'/71.

Buoxmumudecknit aHamIn3 KpoBuU: o6Iuit 6e10K —
76 1/11, 6unmupyOuH 061t — 40,0 MKMOJIb/MIT (T), Henpsi-
MO — 39,2 MKMOJIb/MJI (T), npsamoit — 0,8 MKMOB/MII,
ACT - 123 E/n (1), AJIT - 145 E/n (1), XOJIeCTePUH —
8,1 mmonb/n (1), wenounas docdarasa - 386 E/n M,
I7I0K03a — 4,5 MMOb/N, MOUYeBMHA — 4,4 MMOJB/1I,
KpeaTMHMH - 96 MKMOJIb//I, aMmunasa — 47 E/n, kanb-
uuit - 2,57 MMois/11, pocdop — 1,41 MMOB/TI, CBIBO-
poTtouHoe xene3o — 11,8 mxmons/m, JIAT - 363 E/n (T),
ITT-57Em (7).

Junuporpamma: TT - 2,1 mmons/n (1), 06muit
XorecTepuH — 8,3 MMOJIb/1 M, xonectepun JITIBIT -
0,70 mmons/n (1), xonectepuH JIITHII - 6,9 MMonb/n M.

Y3/ opraHoB 6pIOIIHOI OIOCTU: IPU3HAKK Jud-
(by3HBIX N3MEHEHNII IIeYeH N, TeTIaTOCIIEHOMeTa M.

ITony4an Kypchl IpemnapaToB ypcoe30KCUXOMNU-
€BOJl KVMCJIOTDI, 3CCEHIMaNbHBIX (PochHONnnngos,
(depMeHTHBIX IpemapaToB. PerynspHsiii mpuem cebe-
numnassl anbda pebeHKy He IPOBOANICS, YUUTHIBAS
CTOMMOCTB ITpeTlapara 1 BOCHHbIE IeiiCTBIA B PETHOHE.

@3T pebeHKy IPOBOAMIACD NI OTAEIBHBIMU Peli-
KMMM KypCaMIu.

Oco6blit MHTEpeC BBI3bIBAET TOT ACIIEKT, YTO B JJaH-
HOII ceMbe eCTb BTOPOJl pe6eHOK — 6par malneHTa,
Y KOTOpOTo Tak>xe OblTa iuarHoctuposana BHIX.

Pe6eHok 5,5 et popuicst oT V HOPMaabHO IpPOTe-
KaBIueit 6epemeHHOCTH, 11T cpouHBIX pofoB. Poxucst
¢ maccoit tena 3060,0 r, mamHOM Tena 52 cm. O1eHKa
110 mKase Anrap 7/8 6annos.

Poc n pa3BuBascs cooTBeTCTBEHHO Bo3pacTy. YacTo
60s1en1 IpocTygHBIMMU 3a60MeBaHNAMU. VI3 leTCKUX
nHbexunit HudeM He 6onen. IIpoaBnennit anntepru-
YEeCKMX peaKluii paHee He OTMe4anock. IlpusBur co-
IJIaCHO KaJIeHAIapio puBMBOK. Ha BropoM ropy >kusHu,
y4uTHIBas Hamm4Me crapiiero 6para c BHIX, ponure-
711 0OpaTHUINCH K IEAMATPY /15 IPOBeeHN A 00C/Ieso-
BaHuA. Pebenok 6bu1 HanpasieH B PTBHY «Mepuko-
TeHeTUYEeCKMil HAayYHBI LEHTP UMEHNU aKaJleMuKa
H.II. BoukoBa», re B 1a60PaTOPUM CEIEKTUBHOTO
CKPVHUHTIA Ha OCHOBaHMY crelupniecKnx OMoXnumu-
4eCKMX U MOJIEKY/ISIPHO-TeHETMYEeCKUX 00C/Ief0OBaHNUII
6b11 ycTanosieH auarxos: JIJIKJI. BonesHb HakoIe-
HusA 3¢upos xonecrepura. Hasnauena 3T, koTopyio
pebeHOK He IomyJarl.

Ha momeHT Hauero ocmorpa Ha 6ase [BY «Topog-
CKasi BeTcKas KnmnHudeckas 6onpaua Ne 1 r. JloHerjka»
cocTosiHMe pebeHKa cpenHeit TskecTu. [IpaBunIbHOTO
TeJI0C/IOXKEH N A, YOB/IeTBOPUTEILHOTO InTaHu. Bec -
23 xr. He nuxopaput. Pebenok aktusHbI. KoxXHble
IIOKPOBBI O71efHO-PO30BBLIE, ChINN HET, 1apaopOUTaIb-
Hble TeH!. DPUTEMATO3HO-TIAITy/Ie3Hble BHICHITTAHNA Ha
KOXe pasrnbaTenbHbIX MOBEPXHOCTEN KOHEYHOCTEN,
KMBOTa, pacdyechl. CmsucTas 3eBa po3oBas. S3bIK
00710)keH Oe/IbIM HaleTOM Y KOPHs. B rerkux Besuky-
NApHOE [IbIXaHNe, XPUIIOB HeT. [lesATeTbHOCTD cepaa
PUTMUYHASA, TOHBI IPUTTyLIeHbl. JKUBOT yBenmieH
B 06'beMe, pacuIMpeHme IOJKOKHOI BEHO3HOI CeTn
Ha IepefHelt GPIONIHON CTEeHKe; P HaIbIaIy OT-
MedaeTcst 607Ie3HEHHOCTD B IIPAaBOIi IIOJIOBIMHE )XMBOTA.
[TeyeHs BCcTymaeT U3-110J, Kpas pebepHOIt AyTu Ha
3—-4 cm, HuxHnit kpait nedenn mioTHbIN. CeneseHka
BBICTYIIaeT Ha 1,5 cM U3 1Of Kpas pebepHOIt Ayru.
Cryn perynsapHblit, opopmieHHbIL. Moyencyckanus
cBobOHbBIE, 0e360/1e3HEHHBIE.

O6wnit aHanu3 KpoBu: spuTpouuTs — 4,5 T/,
reMornobuH — 128 r/n, neitkouuTsl — 6,8 I'/1, 3031-
HOGUIIBL — 2%, ITanoYKosAepHbIe — 3%, CErMEHTOsA-
mepHsbie — 64%, numMoruTe! — 26%, MOHOLUTHI — 5%,
CO3 -4 mm/4, TpombormTel — 280 /1.

BuoxuMudecknit aHamn3 KpOBMU: 0OI[Mit 6€IoK —
70 1/, 6unupy6uH o6uuit — 8,2 MKMOJIb/MII, HEIPSI-
MoOJ1 — 6,8 MKMOJIb/MII, IpAMOIt — 1,4 MKMO/IB/MII,
ACT - 68 E/n (1), ANIT - 47 E/n (1), XOTeCTepuH —
9,15 mmonb/n (1), menounas dbocdarasa-658 E/n M,
I7II0K03a — 4,2 MMOJIb/JT, MOYeBMHA — 3,4 MMOJIB/TI, Kpe-
aTuHUH — 50 MKMOnb/1, amunasa — 46 E/n, kanbiuit —
2,6 MMOJB/11, (boccbop - 1,43 MMOIB/J1, CHIBOPOTOUHOE
keneso — 7,4 Mxmonb/i, JINT - 490 E/n (T), ITT-19E/n.

JNunuporpamma: TT - 1,51 MMonb/i, 061muit xo-
necrepus — 8,9 mmons/n (1), xonecrepun JITIBII -
0,72 mmonn/n (), xonectepun JIITHII - 5,89 Mmmonb/n M.

Y3/ opraHoB GpIOIIHOI IOTOCTN: IPUSHAKI FUp-
y3HBIX U3MEHEHNUII TeYeH Y, TeIIaTOCIITIeHOMeT s,
yBe/IUYeHUe Cele3eHKN.
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B xofne o6¢cmenoBanms pebeHKy OblI BbICTaBIEH
pyaruos: JeduuuT 1130COMHON KIUC/ION TUIIasHl.
Boresub HakoreHns a¢pupos xonecrepuna. Crearos.
ATonm4ecknit lepMaTUT PACIPOCTPAHEHHBIN, CPefi-
Hell CTeTeHN TSAXKEeCTH, IOOCTPOe TedeHNe.

Pe6enky 6bi1a pekoMmengoBana O3T mpenaparom
cebennmassl anbda B fo3e 1 Mr/kr 1 pas B 2 Hefemu,

BbiBOAbI

JJIKJI siBnsteTcst peIKUM HaC/eICTBEHHBIM 3a60/I€Ba-
HIeM, KOTOPO€ XapaKTepU3yeTCs IPOrpecCUpyOIUM
[Opa>keHMeM MevYeHY C TelaTOMeTranneil, OBbILIEeH-
HBIM YPOBHEM TPAHCAMIHA3, CTEATO30M U BBIPAXKEH-
HOII pucnunyaeMueit. Huskas pacipocTpaHeHHOCTb,
HecnennPUIHOCTb KIMHUKO-Ta60paTOPHBIX IIPU-
3HAKOB 00JIe3HU OOBSCHSAIOT ee HeOCTATOIHYIO [U-
arHOCTUKY. IIposiBNeHNs 3a60/I€BaHNUsA CO CTOPOHBI
[eveHy MOTYT OBITh OIMOOYHO HIPUHSATHI 32 Hortee
pacnpocTpaHeHHbIe 3a00/IeBaAHMS — HEAIKOTOIbHBII
CTeaTOoremaTUT, HealKOro/bHas XXUPOoBas 60/Ie3Hb
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