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PE3IOME

B cmambe npedcmas/ienbl KIUHUYECKUE HAOMOOEHUs NAYUEHMO8 ¢ 0eduyumomM au3ocomHoll kucaoti aunaswl (JJIKJT), npomekaswum «nood
mackoti» eepnemuueckoli namonozuu. [lepgoe Habo0eHue demoncmpupyem maxceayio uHpanmunsvryio popmy AJIKJ1, duazrocmuposartyio
Y pebenka ¢ yumomezanosupyctotl (LIMB) utgpekyueti. Bo emopom ciyyae y pebetika ¢ snympuympobroti LIMB-ungekyueii ¢ nopaxcenuem
neveHu, He OMBEYABUIE20 HA CNAHOAPIMHYIO MEPANULO, Npu YyeayoneHHoM 06¢1e008aHUU OUAZHOCMUPOBAHA GOHOBAS OPGAHHAS NAMOIO2US —
ZUIKJ1 6 popme 6onesHu HakonneHus apupoe xonecmepura (popma JJIK/1 y demeii u 83pocvix). HaznaueHue namozenemudeckol pepmeHmo-
3amecmumenbHOU Mepanuu cnoco6Ccmeo8ano YaydweHU0 Camodyecmeust, npubagke MacCol mesa, YMEHbUWEHUIO PA3MEPOS NedeHuU, Npaxkmue-
CKU NOJIHOU HOPMANU3AYUU YPOBHS NEYEHOYHbIX MPAHCAMUHA3. B mpembem Hab.to0eHuu nokasax oonzuii nyme k ouaznocmuke JJIKJT na ¢ore
nepcucmupyrowjux supyca Inwmetina — bapp u LIMB, omeniekaguiux om noucka nepeonputurbl NOpaxceHus nedenu. Bo ecex cay4asx nepebiv
CNeyuanucmoM, CMOAKHYGWUMCS C NPOSBAEHUSMU 3A00I€8aHUS U 3aN0003PUBIUM HANUHUE HACIE0CMBEHHOL namonoeuu, Obli UHpEKYLO-
Hucm. Knunudeckue cumyayuu, onucaHHyle 6 cmamee, NOOYEPKUBAIOM 8ANCHOCMb NOBbILIEHUS YPOSHS 0C8E00MIEHHOCMU UH@EKYUOHUCNIO08
0 0axHoM 3aboneganuu. Haznsono npodemoHcmpuposana Heo6Xo0uMocmby HANPABJIEHUS NAYUEHMOB C HEMUNUYHbIM ME4eHUEM UHPEKYUOH-
HblX nopancenuti nevenu (0cobeHHO 8 codemanuu ¢ amepozeHHol oucaunudemueti) ha obcnedosanue no JJIKJI.

KitoueBble cioBa: 0egpuyum au3o0comMHol KUC0l aunasvl, opparHtvie 3a601€6anUS, 2enamum, Yumome2aiosupyc, Oucaunuoemus, xonecme-
pUH, mpuzauyepuobl, 2unepHepmMeHmemusl.
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Lysosomal acid lipase deficiency in the practice of an infectious disease doctor: clinical cases
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The article presents clinical cases of patients with lysosomal acid lipase deficiency (LALD), which occurred under the guise of herpetic
pathology. The first case demonstrates a severe infantile-onset LALD diagnosed in a child with cytomegalovirus (CMV) infection. In the
second case, a child with congenital CMV infection with liver damage who did not respond to standard therapy was diagnosed with concurrent
orphan pathology — LALD in the form of cholesteryl ester storage disease (in children and adults). The prescription of pathogenetic enzyme
replacement therapy contributed to the improvement of well-being, weight gain, reduced liver size, almost complete normalization of hepatic
transaminase level. The third case shows a long-term diagnosis of LALD during persistent Epstein — Barr virus and CMV, distracting from the
search for the source of liver damage. In all cases, the first specialist who encountered the disease manifestations, while the infectious disease
specialist suspected the presence of hereditary pathology. The clinical cases described in the article emphasize the importance of raising
the level of awareness concerning infectious diseases. The necessity of patient management with atypical course of infectious liver damage
(especially in combination with atherogenic dyslipidemia) is clearly demonstrated for diagnosing the LALD.

Keywords: lysosomal acid lipase deficiency, orphan diseases, hepatitis, cytomegalovirus, dyslipidemia, cholesterol, triglycerides,
hyperfermentemia.
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BBEJ]EHI/IE Boinenstor nBe ¢dopmbl 3a0071eBaHusI: MHQPAHTUIIbHYIO

Hedbuunt nusocomHoit kucnoit nunasbl (MJIKJI) sB-
NSeTcsl pedKUM MYyJIbTUCUCTEMHBbIM 3a00jieBaHMEM, B OC-
HOBE KOTOPOTrO JIEKUT TeHETUYEeCKH O0O0YCIIOBJIEHHOe
HapyLieHre Metabonnama iunuaos [1]. ITo ayTocomHo-pe-
LIeCCHBHasl MaToJIOrusl, 00yCIOBJIeHHasl O1alleNIbHbIMK Ta-
TOreHHbIMU BapuaHTamu resa LIPA, konupyoLero ¢pepMeHT
7M30COMHYI0 Kucayto numnasy (JIKJT) (Homep B 6aze OMIM —
#278000) (2, 3].

(ucropuueckn Gonesnb Bombmana) u popmy IJIKJI y nereit
1 B3pOCJIbIX, MM O0Ne3Hb HAKOIJIEHHs] 3GUPOB XOJIeCTepHHA
(BH3X). INepBast xapaxkrepHa st AeTeii epBbIX MeCSILIEB KU3-
HU, BTOpasi BCTpeyaeTcs y ieTeil CTapliero Bo3pacta 1 B3poc-
nbix [1-5]. CneKTp KJIMHMYECKMX MpOsiBIEHUi 06enx ¢popm
3abosieBaHMsI BeCbMa pa3HOOOpa3eH.

Wndantunbhas ¢opma [JIKJT (6one3np Bombmana) —
s70 peakuii tun 1JIKJI, npukoropom pepment JIKJTotcyTcTBy-
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€T UM ero aKTUBHOCTb COCTaBiisieT MeHee 1% oT HopMmbl [4].
3aboneBaHne  XapaKTepu3yeTcs  remnaToCIIeHOMerasnu-
eil, xosnecrazoM, ¢puOPO30OM MeueHH, 3aIepKKOil pa3BUTHS
1 Manbabcopbumeit [1-5]. ¥V 50% nauueHTOB oTMevaercs
Kanbuudukauus HaanodeyHukos [4]. Jlo nosieneHus mnpe-
napara Ans ¢(pepMeHTO3aMeCTUTeNbHOI Tepamun 3Ta ¢op-
Ma Oblna JeTanabHOI, GOJBLIMHCTBO MALMEHTOB Mornbainm
B Bo3pacte 3—12 mec. [4].

[Tpn ¢opme HJIKJ1 y nereit n B3poCibIx akTUBHOCTDb (ep-
MeHTa, KaK NMpaBuIo, HAXOAUTCS B Auana3one ot 1% no 12%
OT aKTMBHOCTH B HOpMe [4]. ITa Ppopma 3aboneBaHus yacTo
0CTaeTcs Hepacro3HaHHo. KnMHuuecKku NposiBIIsieTcst yBesu-
YeHHWeM pa3MepoB MeueHH CO CITIeHOMeranueii uim 6e3 Hee,
TMOBbILIEHNEM YPOBHS MEUEHOUHbIX TpPaHCAMUHA3, TMIEpPIIH-
nujemMueil, cepaeuHo-CcoCyJUCToi NaToNorkei, accouunpo-
BaHHOI C aTepockepo3oM. bes nedeHnst MpUBOAUT K LMP-
posy neuenu [1-5]. B nerckoM Bo3pacTe Ha MepBblil MJ1aH,
KaK MpaBUJIO, BbIXOAMT nopaxeHue nedenu. [latonorus ne-
yeHu npu JIJIKJI BbI3BaHa BHYTPUIIM30COMHBIM HAKOIJIEHMEM
3pUpOB X0J1IeCTepPHHA U TPUTTIMLIEPU]IOB U3-3a UX HAapYLLIEHHO-
ro rujpoyiu3a BBUIY CHWKEHHS! aKTUBHOCTH WJIM OTCYTCTBHUSI
JIKJI. B nanbHeiiiieM neuUnT CBOOOJHBIX KUPHBIX KUCIOT
1 CBOOOZIHOTO XOJIeCTepHMHA M3-3a HApYLIEHHOrO IMApOJH3a
npuBogUT K aktuBauun 'MI-KoA-penykrasbl, cuHTe3y 3H10-
FeHHOrO XOJIECTEPUHA U TPUINIMLIEPUAIOB, a TAKKe YCUIJIEHHIO
SHAOLMTO3a XOJIeCTEPUHA. ITOT MAaTOJIOTMUECKUIT MeXaHU3M
00yCIOBIMBAET ~ BO3HMKHOBEHWE  TMIEpPXOJeCTePHMHEMHH
Y qucnunuaemMud [2, 6].

[lo nanueiv Ha suBapb 2022r., B Poccuiickoit denepa-
UMM 3apeructpupoBaHo 49 cnyuyaeB 3aGoneBanus. OpHa-
KO, MO pacueraM, TeOpeTMYecKasl paclpOCTPaHEHHOCTb 3a-
OosieBaHMs B POCCHIICKOI MOMyJSILMM MOKET COCTaBJISITb
or 1:67 600 no 1:100 000 [6—8]. Takum obpasom, OxkMAA-
eMoe KOJIMYeCTBO MalMeHTOB B Haueil ctpane — ot 1400
1o 2000 uenosek. [lpy Takux pacyeTHbIX MOKa3aTesnsX CTa-
HOBUTCSl OYEBUIHBIM, YTO JMarHo3 MOCTaBJieH JIULb eMHU-
uaM, 1 abcomoTHOe OOJBLIMHCTBO MALMEHTOB HE MOJyYaroT
COOTBETCTBYIOLIE MeIUMLUMHCKON nomow. [Ipu orcyTtcTBun
JIeyeHus MPOrHO3 3a00JIeBaHMsl, HE3ABUCUMO OT BO3pacTa Ma-
Hu¢ecraumnu, HebnaronpusitHelii. CToJb HU3KUI1 YPOBEHb AKa-
THOCTMKM CBSI3aH, B IEPBYI0 ouepelb, C HU3KUM YpOBHEM
OCBEJOMJIEHHOCTH U OTCYTCTBUEM HACTOPOXXEHHOCTU CHeLU-
aJIMCTOB B OTHOLIEHUH op¢aHHbIX 3a6oseBanuii. Haur knnxu-
YeCKMI1 OMbIT MOKa3bIBAET, UTO HEPeaKO B OTCYTCTBME BEPHO-
ro JMarHosa Takue MalueHTbl HabJIoJAl0TCs C Pa3ivuHbIMU
MHQEKLMOHHbIMY MAaTOJIOTUSIMU, CMEHSIIOIMMM OJiHA JPYTYIO
WM TPaKTyeMbIMH Kak XpPOHMYeCKoe MHQEKLNOHHOe 3a0071e-
BaHMe. A B HEKOTOPbIX CJIy4asix ocTpast MHPEKLMOHHas NaTo-
sorust MoxxeT MackupoBatb Tedenne 1JIKJ1. Kpaitne Baskno no-
BbILIATh YPOBEHb OCBEJOMJIEHHOCTH Bpaueii-MHPEeKLUMOHUCTOB
B OTHOLLIEHUM JAHHOM NaTOJIOTMH, TaK KaK HepeiKo MIMEHHO UH-
($EeKLMOHMCTbI NIePBbIMU CTAIIKUBAIOTCS C 3TUMM NaLMeHTaMK
¥ MOTYT 00eCrievnTb CBOEBPEMEHHYIO IMAarHOCTHKY 3a00sieBa-
HUSL, TEM CaMbIM [1aB 60JIbHOMY LIIAHC Ha MOJHOLIEHHYO JKU3Hb.

lpencrasnsieM KAMHMYECKMe HAOJIONEHMS] MALMEHTOB
¢ IJIKJ1, mpoTekasLileii «110f MackaMi» MH(GEKLMOHHbIX 3a00-
JIeBaHUI.

K/IMHWYECKOE HAB/TIOAEHME 1

JleBouka oT 2-it 6epemeHHOCTH, 1-X ponos. [lepBast Gepe-
MEHHOCTb MaTepy Oblia MpepBaHa MO MEAMLMHCKAM MOKa3a-
HUSIM — NPEHATasbHO Y IJI0ZIa AMarHOCTUPOBAH CUHAPOM JJI-

Bapzca. TeueHre NaHHO GepeMEHHOCTH — C OCTIOKHEHUSIMH,
B | Tpumectpe nepenecna OPBU nsaxapl, 3 anusona Herpes
labialis; na 36-it Hefene — 3MU301 KULIEUHO HHQEKLIMH C rO-
criMTanM3auueil B crauuoHap. Pozbl cpouHble, caMoCTOsITeNb-
Hble. Macca pebetka npu posknennn 4300 r. [Teprion HoBopo-
JKIEHHOCTU: B POAZOMe MOoTepst Macchl Tena cocrasuna 400 r
(9,3%), npnbaska maccel Tena 3a 1-it mecsu — 340 r (Haxonau-
71acb Ha IPYIHOM BCKapMJIMBAHHN).

B Bospacre 1 mec. npu mnanoBom Y3U opraHoB GprorLuHOii
TI0JIOCTY BbIsIBJIEHA renarocrieHoMeranyst. OcCMoTpeHa nenuma-
TPOM, HarnpasJieHa Ha 00CTeJOBaHKE.

B Bo3pacre 1 mec. 12 nueit rocnutanisupoBaHa B MHEK-
LMOHHBIN crauyoHap. [py mocTynaeHuu: xxanoObl Ha yBen-
YeHne pa3MepoB KMBOTA, 6s1efHOCTb. OO'BEKTHBHO: KOKHBIN
TIOKPOB M CIIM3UCTble OJelHble, BbIpaKeHHasi BEHO3HAs CETb
Ha>XK1BOTe, KBOT3HAUUTEJIbHO YBEJIMY€eH B pa3Mepax 3a cueTre-
TaTo- U CIJIeHOMeranuu. B kivHnueckoM aHanuse KpoBHU: re-
Moro6uH 95 r/n1, peTurynouutos 35%o, ypOBEHb IPUTPOLIU-
TOB, JIEIKOLIMTOB, TPOMOOLMTOB B HOpMe. B G1oxnuMuueckom
aHanM3e KpoBu: noBbliieHKe conepskanus ACT no 225 En/n,
AJIT 45 Epn/n, nakrarmernpporenasa (JIAI) 1612 En/n,
ypoBeHb OunMpyOuMHa, LienovHoi ¢ocdarasbl B HOpPMe.
B koarynorpamme: cHu>keHHe NPOTPOMOMHOBOTO MHAEKCA
(NTU) mo 16%. Ipu atnonornyeckoM oOCIENOBaHUN BbI-
siBnied uurtomerasnosupyc (LMB): no nanubim TP xposn
JOHK UMB «+», I[gM LIMB «—», IgG UMB «+». YcranoBnen
auarHos: «Bposxkpennass LUMB-nndekuusi ¢ nopaxenuem
nedeHu». [[poBenieHbl ITHOTPOIHAS Tepanus UMMYHOI00y-
nuHOM 4venoBeka npotus LUMB Ne 5, tpancdysus cexesa-
MOPO>KEHHOI1 [71a3Mbl, Ha3Hau4€eHbl BUKACOJI, ITpernapar ypco-
Ie30KcuxoseBoil kucnoTbl. Ha ¢one Tepanun otmeuanach
crabunmsauys COCTOSIHMS, HO B AMHAMMKe HaOII0Oanoch
HapacTaHue renaToCIUIEHOMErajnu, [peuMyLleCTBEHHO
3a CueT cejle3eHKH, IPOrPECCUBHOE MOBbIIIEHHE YPOBHS Te-
YeHOYHbIX TPaHCAMMHHA3.

Ha 15-it genp rocnuranuzaumd (09.09.2019) nnsg nanb-
Heiiiero 00CJIeIOBaHMsl 1 JieueHHsl NlepeBesieHa B OTAEJeHHe
MaToJIOrMK JIeTeil paHHEro BO3pacTa KpaeBoii JEeTCKOil 60b-
HuLpL [Ipy nocrymieHnn coctosiHue neBoUKU Tsikenoe. Camo-
4yBCTBHE HapylleHo, GECTIOKOIHa NPY OCMOTpE, OTMEYaloTCsl
HeoOubHble cpbirkBanus. ['yauT mano. KoxHbli MokpoB 6nien-
HbII, UMCTbIi, BblpakeHa BEHO3Hasi CeTb Ha kuBoTe. Menko-
Tarnysie3Hasl Cblllb Ha JuLe, xkuBoTe. [lepudepryeckux oTekoB
HeT. )KMBOT 3HauMTeNbHO yBeJIMYEeH B 00beMe, PY NasbnaLum
onpeznensercs HeGosbluoe B3nyTHe. Kpaii nmeueHn MioOTHBI,
nanbnatopHo +7 cM u3-nox noapedepbst. CeneseHka BbICTYMA-
et Ha 8—9 cM m3-noz pebepHoro kpasi, niotHast. Ctyn 3—4 pasa
B CYTKM, KallML|eoOpa3Hblii, KenTblil. Mouencrnyckauie cBo-
OonHoe. Pesynbrartel sabopatopHOro o0cienoBaHus Npexn-
CTaBJeHbI B TAOHMLE.

Mapkepsi BUpycHbIX renatitos B, C, BUY, cuunmca He 06-
HapyskeHbl. CoxpaHstoTcst 1a60paTOpHble MPU3HAKK aKTHBHOM
UMB-nudekupu: BILIP kposu JHK LIMB «+», 1,8x10° komwuit/mi,
IgM LIMB «+», xoadduument nosurnsHoctu (KIT) 11,6, IgG
LMB «+», KIT 5,9. IHK Bupycos repneca 1-ro u 2-ro Tumnos,
Bupyca dmureiina — Bapp (B3B) He obHapykeHbl. [laHHble
V3U 6protunoit nonoctu (09.09.2019): renatocnieHomeranvis,
CTPYKTYypa [leYeHr rOMOreHHasl, 9XOreHHOCTb 00bIuHast. Pesyiib-
tathl KT opranoB OprouHoit monocti (16.09.2019): neuens
M cesle3eHKa yBeluyeHbl B pa3Mepax, CTPYKTypa COXpaHeHa;
HaZANMoOUeYHUKH YBeJIMueHbl B pa3Mepax, C BbICOKOMIOTHBIMU
(no 60 HU) yuacTkamu, BepOSITHO, MOCJIENCTBHSI KPOBOU3IIHSI-
Huit. [lo nanHbiM 3K, Ix0oKI, pentreHorpaduu rpyaHoit Knet-
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femorno6uH, r/n

Tpom6ouuTsl, 10%n 220 248
ACT, Ea/n 253 240
ANT, En/n 73 72
y-rnyTamuntpadcnentugasa, Ea/n 36 33

AmMMUnak, MKMOnb/n - -

061wuin 6enok, r/n 46,7 46,4
AnbOymuH, 1/n 27,9 27,8
NAr, Eg/n 1247,0 1075
XonecTepuH, MMonb/n - -
Tpurnuuepuabl, MMOSb/N - -
061wwmit 6Unnpy6uH, MKMOMb/N 13,7 13,3
nTw, % 69 -
®nbpuHoreH, r/n 1,67 -

Ta6bnuua 1. HekoTopbie nabopatopHble NokasaTenu pedeHka (KnMHnyeckoe HabnogeHve 1)

10.09.2019 13.09.2019 17.09.2019 18.09.2019 19.09.2019 23.09.2019

210 161 159 112
501 420 414 828
128 9 115 155
124 - 37 -
49,1 - - -
473 472 467 50,0
27,2 27,15 25,7 19
2067 2400 1487 2240
- - 3,37 -

} , 05 43
10,6 - 16,3 132
50 - 80 42
1,52 - 1,75 1,94

KM, HelipocoHorpaduu, ¢ubporacrponyonesockonuy, Y3U
nouek — 6e3 3HaUMMbIX OTKJIOHEHHI1.

B nieuennu nosnyuana: uHtepdepoH o, peKTanbHO, ypcoe-
30KCHMXOJIEBYIO KUCTIOTY.

Beuepom 16.09.2019 yxyniieHue COCTOSHMS: JMXOpan-
Ka 10 ¢ebpmibHbIX UMP, HApacTaHHe YPOBHSI TPaHCAMMHA3
(ACT 501 En/n, AJIT 128 En/n, JIAT 2067 En/n); B remorpam-
Me CHIKEeHHEe YPOBHS reMornobuHa (72 r/m), BOCHanuTeIbHbIX
M3MEHEHM1 HeT; B KoaryJorpamMMe CHIXEeHWe TOoKasaTeseit
[ITH, pubpuHoreHa. SIBHOro ouara MHGEKLUMM HE BbISIBJIEHO
(B3sTbI BCe 6aKTEpPHOIIOrMUecK1e MOCeBbI); UCCTIEN0BaHNE Kana
Ha HOpO- ¥ POTaBUPYC OTPULIATEIILHO.

Teparus monosnHeHa TpaHcdysueil cBexke3aMOpPOKEHHOM
TJ1a3Mbl, 3pUTPOLIUTAPHOI B3BECH, aHTHOAKTEpHUaIbHBIM Tpe-
naparom (e TprUaKkcoH).

C 21.09.2019 cocrosiHue pebeHKa MPOrpecCHBHO YXYyA-
1IaJIoCh — TPUCOENMHUIIACL Mapest CO CaM3bio 10 15 pas
B CYTKHM; HECMOTPsI Ha MPOBOAMMYIO aHTMOAKTEpHaJIbHYIO Te-
panuio, coxpaHsiachb JIMXOpanKa; OTMeUeHO HapacTaHue re-
natocrieHoMeranuu (neveHb 10 +8 cM, ceneseHka 0 +12 cm
u3-1ox, Kpast peGepHoit ayru); Hapacrauue uutonnsa (ACT
896 En/n, AJIT 164 En/n, JIAT' 3240 En/n); nporpeccrBHOe
CHUKeHHe OeKOBO-CUHTETHYECKO! (YHKLMY neveHn (anbOy-
muH 19 r/n, [ITU 43%); anemus (remornobun 70 /i), TpoM-
Gouuronenust (TpombounTsl 112x10°/11); noBbILLIeHE YPOBHSI
C-peaxruBHoro 6enka (CPB) no 27 mr/an (nopma <0,5 mr/mn)
Ha ¢OoHe HOpMaJbHbIX MOKasaTesieil NPOKaJbLIUTOHMHA; I10-
BbILIIEHWE YPOBHS TPUIIHLEPHUAOB 110 4,3 MMOJb/J, o0Lmit
XOJIECTEPMH B Tpefiesiax HOPMalbHbIX 3Hau4eHuil. [10 JaHHbIM
Y31 opranoB OpiowHoii nonocty (23.09.2019) coxpaus-
J1acb renarocreHoMeranus, CTpyKTypa fneueHu KpynHO3epHU-
CTast B BUJIE «[TYEJIMHBIX» COT, 9XOT€HHOCTb MOBbILIEHA.

B neuenuun n1o6aBieH BTOPOii aHTMOAKTEPUAIbHBIN Tpe-
napar 13 rpynnbl aMUHOITIMKO3U0B, BHYTPUBEHHbIE UMMY-
HOMIOOYJMHBL, TPaHCY3Hsl CBEXE3aMOPOKEHHON IM1a3Mbl
KPOBU, OTMbBITbIX 3PUTPOLUTOB M0 MHAWBUAYAJIbHOMY MOZ-
6opy, BUKACOJL.

[lpoBeneHo nmomonHUTENbHOE OOC/TENOBaHME: TaHIEM-
Hasi Macc-CneKTpOMeTpusi — [aHHbIX 3a Hacjle[CTBeHHble
aMHHOALUAONATHY, OPraHuecKre aluaypuu 1 aeeKTbl Mu-
TOXOHZIPHUANIbHOTO B-OKUCIIeHUs He nosy4yeHo. C yueToM npu-
3HAaKOB MMOpaKeHHsl TMeuyeHu, AUCIUMUAEMUH (TOBbIlLIeHHe
YPOBHSI TPUIMIMLIEPUAOB), OOHAPY>KEHUSI YUaCTKOB MOBbILLIEH-
HOI1 VIOTHOCTH B HAJMO4Ye4HMKax (KalbLIMHATBI?) 3anono3pe-
Ha 6osesHb Bonbmana. Cyxue nsiTHa KpoBu pebeHKa Harpas-
JieHbl Ha wuccnenosanve ypoHst JIKJI, ycranosneno peskoe
cHikenure yposHs JIKJT no 0,01 uM/u/nstHo (Hopma 0,16—
1,8 HM/4/narHo). JloNOHUTENBHO NMPOBENEHO IeHeTHYEeCKoe
o0crnenoBaHne, BbISBIEH KIMHWUYECKH 3HAUMMbI BapHUaHT
¢.796G>T B roM03uUroTHOM coCTOsiHUM B reHe LIPA. PeGeHky
YCTaHOBJIEH IUArHo3: «[lepuLuT JIM30COMHONM KHUCII0i JMMasbl,
uHpaHTunbHas popma. bonesnb Bonbmanar.

Bbina Hayata ¢epmeHTO3amecTUTeNIbHAS Tepanus mnpena-
patom cebenunasa anbca, ONHAKO BCIIEACTBHE ke HeoOpa-
TUMBIX K TOMY BPEMEHH I0JIMOPTaHHbIX MOPaXXeHMii, HeCMO-
TPsl Ha YCUJIMSI Bpaueil 1 BCECTOPOHHIO MeIMKaMEeHTO3HYIO
TNOZZIEPKKY, COCTOsIHME pebeHKa MPOrpecCHBHO YXYALLANOCh
1 B BospacTe 3 Mec. 23 JHeit HaCTyNuJ JIeTalbHbIiA UCXOZ.

K/IMHUYECKOE HABJIIOIEHUE 2

HleBouka ot 4-it GepemenHoctn, 1-x pomo (2 IKO
MIKCH). Teuenne GepeMeHHOCTH C OCIOXHEHUsIMU: B | Tpu-
MecTpe — yrposa npepbiBanus, Bo Il Tpumectpe — OPBU.
Bo Bpems 6epemenHocTH anarHoctrpoBaHa LIMB-ungekuus
(MompoGHOCTH HEM3BECTHbI ), OJTyYMIa KypC MHTepdepoHa o,
pekTanbHo. Ponbl Ha 41-it Heferne, NJIaHOBOE KecapeBo ceye-
Hue. Macca Ttena npu poxaennn 3450 r, anuna tena 50 cm.
C mepBoro monyroausi KM3HM Majible BeCO-POCTOBblE MPU-
Oasku (3a 1-it Mecay — 300 1, 3a 2-if mecay — 650 1, 3a
3-it mecsiny — 800 r, nanee 3a 3 Hen. — 470 r). Ha rpyaHom
BCKapmiuBaHuu 10 1 roga. CemeiiHblit aHaMHe3 He OTSITOLLIEH.
[puBKTa B MONHOM 0O'beMe. AJIJIeprusi Ha NuileBble MPOAYK-
Thbl: MOJIOKO, ITIFOTEH.
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PucyHok. [InHamuka nokasatener AJTT n ACT y pebeHka (KnnMHU4eckoe HabnoaeHune 2)

C 2 Hen. )KM3HM OTMeUasICsl NEHUCThII CTy, ¢ 1,5 Mec. npu-
MeCb KpOBM B cTyJe. Bbita o6crenoBaHa, BbisBIeHa MULLEBast
aJiieprus Mo JaHHbIM NMPOObI C AerpaHyJIsiLyeii TyUHbIX KI1eTOK
Ha MOJIOKO M IIOTeH. B BospacTe 6 mec. rocnmTanusnpoBaHa
¢ nuarHo3oM: «OCTpblii raCTPOIHTEPUT HEYTOUHEHHOH 3THO-
noruu. PeaktuBHbI renatut». B xozme oGcnenoBanusi Briep-
Bble Obly BbisiByieHbl IgM, IgG k LIMB, noBbILeHHbI ypOBeHb
neueHouHbIX pepmentoB AJIT 202 En/n, ACT 442 En/n, B iu-
HaMMKe 3a BpeMsl TOCIIMTaIM3aL|m C yMEHbLIEeHUeM COJiepsKa-
Hust AJIT o 191 En/n, ACT no 244 En/n. Ilo nanxbiM Y3U opra-
HOB OpIOLLHOM MOJIOCTH: renaTomeranusi. BeicTaBneH anarHos
BHYTpUyTpoOHO# HekLmn (BYU) LIMB-3tronoruu c nopaske-
HUMEM Me4YeHM 1 KuiuevHuka. [lonyumna kypc nnrepdepona o,
pekTanbHO. HecMOTpsi Ha MpoBOAMMYIO Tepamnuio, COXpaHs-
nocb yMepeHHoe mnoBbillenne conepskanus AJIT u ACT (cm.
PHCYHOK), pa3XK1skKeHHe CTyJa.

PeGetka perysspHo HabMO#aNM CrELMaCTbL: B 7 MeC. —
HPeKUMoHucT, anarnos: «BYW LIMB-stuonornn ¢ nopasxke-
HUeM MeueHH U KULIeYHHKa»; B 9 Mec. — racTpO3HTepoJIor,
3aKJIIOUeHne: «AJIepriuueckuil raCTpOIHTEPOKOJIUT, HYTPU-
THBHAsl HEJOCTaTOUYHOCTb, nposeienus [13[1-cunapoma Mmbl-
LIEYHOM JMCTOHMM», UH(PEKLMOHUCT, nuarHos: «BYW LIMB-
9TUOJIOTUM C TIOPAXKEHMEM NeyeHn U KuluedHuka». [P kposu
JHK LUMB «—»; B 10 Mec. — nH$peku1oHucT, nuarHos: «BYU
LIMB-stronornu ¢ nopaskeHueM KUIIEYHHUKa, NedeHn. AJiep-
TMYECKUI FaCTPOIHTEPUT.

B Bospacre 1 rox 1 mec. (centsi6pb 2019 r.) pebeHok aKc-
TPEHHO TOCNUTANM3UPOBAH C AUarHo3om: «OcTpblit puHOda-
puHruT. QYHKUMOHANbHOE pACCTPOICTBO KHILEYHHMKA. [U-
neppepmMeHTemusi». JlabopaTopHO OTMeHYasoch MOBbILLIEHHE
ypoBHst ACT no 162 En/n, AJIT no 61 En/n. [lo nanueim DA
kpoBu IgM LUMB «—», IgG UMB «+». [lonyunna kypc rena-
TOMPOTEKTOPOB C TMOJIOXKUTENbHOM AnHamuKoit. K jmekabpio
2019 r. npaKTMYeCKM MOJIHAsi HOPMaJIM3aLKsl YPOBHSI [IeUeHOou-
HbIX TpaHcamuHas. Jlo oktsiopst 2020 r. K crieLranncTom He 06-
patuasnuch. Pe6eHOK Ha KeCTKOM AueTe C MOJHbIM HCKIoYe-
HUEM [JII0TeHa 1 J1akTo3bl. CTyJ1 HEYCTONUMBBIIA: NEPUOANUECKU
HOpMarbHbIi, epuoauuecky passkikeH. Yposedb AJIT u ACT
CTab1IIbHO YMEpPEHHO MOBBILIEH (KPOBb CAAIOT CAMOCTOSITEb-
HO B YaCTHbIX LIEHTPaXx).

B okrs1i6pe 2020 r. (2 rona 2 mec.) 06paTUanch Ha KOHCYJIbTa-
uuto K uHpexumonucty PIrby JTHKLUMB ®MBA Poccuu ¢ xano-
6amu Ha BSIIOCTb peOeHKa, OTCYTCTBIE MHTepeca K Urpam, mpo-
ryJIkaM; MOBbILLIEHe YPOBHSI [TeYeHOUYHbIX TPAHCAMKHA3, [JIOXYI0
npubaBky macchl Tena. [pu ocmotpe: poct 81 cM, Macca Tena

10,8 kr. KoskHblit MOKPOB (PU3MONOrHUECKOi OKpPacKu. JKUBOT
yBeJMUeH B pa3Mepax (OKpYsKHOCTb sknBoTa 50 cM), MHzeKC AH-
IpOHECKY (OKpYsKHOCTb 3knBOTa / pocT x 100%) 58,8%, uTo 60o7b-
1Ie peKOMeHyeMOi HOpPMbI A71g feTei crapuie 2 siet Ha 16%.
[leueHb yBenuueHa, IUIOTHas], BBICTYNAeT M3-MOA Kpas pebep-
Hoit nyru Ha 3—3,5 cm. CeneseHka He yBenueHa. Ctyn odpopM-
JIeH, KOPUYHEBO-KeJNTbI, NepPUOAMIECKH C MPUMECHIO CIIU3U.
Ipu oGcnenoBaHuK BriepBble OOHApyskeHa BbIPaskeHHasl OWC-
JIMNUAEMHST: ypOBeHb XosiecTepyrHa nosblied 10 10,0 Mmonb/m,
TPUIMHLIEPUIOB — 10 2,56 MMOJIb/J1, KO3 PULIMEHT aTeporeH-
Hoctu 7,5. Yposenb AJIT u ACT nosbituer 1o 50 En/nwu 70 En/n
coorBeTcTBeHHO. Pesynbratb [P kposu, cmtonbr: JJHK LIMB
He oOHapyskeHa, B Moue — obHapyskeHa. UDA kposu: IgM LIMB
«—», IgG LIMB «+», aBunHOCTb BbicoKast — 89%. [1pu Y3U opra-
HOB OPIOLLIHON MOJIOCTH: YBEJINYeHNEe BHYTPUOPIOLLHBIX TUM(O-
y3J10B, PeaKTHBHbIE M3MEHEHYs! IeYeHY, yMepeHHas rermaToMe-
ranusi. Inacrorpadus Ha anmnapare Fibroscan — 6,4 klla, cranus
¢ubposza Fl no Metavir. 3anonospeHa cucTeMHasi NaToJOrHsl
obmeHa nununoB. Cyxue MsTHa KPOBM MALMEHTAa HarpaslieHbl
Ha uccnenosanue B ®I'BHY «MI'HLL» (r. Mocksa), rae o6Hapy-
)keHo pe3koe cHipkenue JIKJT — 0,02 uM/u/nstHo (Hopma 0,16—
1,8 HM/4/nsgTHo). Ha ocHOBaHMM MOJyYeHHbIX pe3ysbTaToB 3a-
nono3pex JJIKJI. JlononHUTeNbHO NPOBENEHHOE reHeTUIecKoe
o0crnenoBaHre BBISIBUWIO Jenelyio 3k3oHa 8: ¢.823_894del72
(p.275_298del24) B romosurotHom coctosiHuu. Ha ocHoBa-
HUM OMOXMMHYECKHX M TeHETUYECKMX JaHHbIX YCTAHOBJIEH JiUa-
rHo3: «JlepuuuT NM30COMHOM KUCNOM nunasbl. bonesHb Hako-
nieHust 3¢pupoB xonecrepuHa. Pubpos nevenu Fl mo Metaviry.
C okrs6pst 2021 1. ¢ $HepMeHTO3aMeCTUTENbHOI LIeNbIO MOTy-
YaeT NaTOreHEeTMYEeCKyl0 Tepanuio npenaparoM cebenunasa
anbda B fo3e 1 mr Ha 1 kr maccel Tena. Jledenue nepeHoCHT
xopotuo. [pu KoHTponbHOM 06cnenoBanuu (nekabpb 2021 r.)
OTMEUEHO Yiy4llleHHe CaMOYyBCTBMSI M COCTOSIHMS: TOBBICUII-
Cs anmneTUT, HOPMaNIU30BAJICs CTYJ, NPUOaBKa Macchl Tena Co-
CTaBuja 3 KI. YMEHbIUWIUCh pa3sMepbl NeueH! — MajiblaTOPHO
10 +1,5 cM ot Kpast pebGepHOil IyrH, Cene3eHKa He yBeIryeHa.
JlocTUrHyTa npakTUYeCKH MoJIHasl HOpManu3aLysl YPOBHSI Neye-
HouHbIx TpaHcamuHas (AJIT 42 En/n, ACT 51 En/n), cHuxkenue
conepskaHust TPUIIULEPUIIOB 10 1,6 MMOJIb/J1.

K/IMHWYECKOE HABIOAEHUE 3

Masbumk ot 1-it 6epemenHocTH, 1-X ponoB. BepemeHHoCTb
¢dusmnonornueckas. Poxbl ecrectBenHble, Ha 39-40-it Hene-
ne. [lpu poxxaennn: Macca tena 3490 r, nnuHa 53 cM, oueH-
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Ka no wkasne Anrap 8/8. Ha ecrecTBeHHOM BCKapMJMBaHWK
10 9 Mec., NpUKOpMbI ¢ 7 Mec. Ousnveckoe U NCUXO3MOLMO-
HaJIbHOe pa3BUTHe Mo Bospacty. [[pusut Ha 1-M rozy no Bo3s-
pacry, nanee He npuBuBaics (0Tka3 poxureneit). Habmonancs
XMPYproM: MaxoBast JUCTONMSI PABOTO SIMUKA; KApPAHUOJIOrOM:
oTKpbITOe OBanbHOe OKHO (OOO), nOMmoNMHMUTeNbHble XOpIbl
nesoro sxenynouka (IXJDK); opronenom: miockoBasbrycHas
nedopmalius CTOI; aJuleprojoroM M epMaTojIoroM: aTonu-
4ecKMil IepMaTUT, paclpoCTpaHeHHas Tsbkenast ¢popma, He-
npepbiBHO-peuuansupyomee teyenne. OPBM — neuacro,
3—4 pasa B rofi. CemeiiHblit aHaMHe3 He OTSITOLLIEH.

B Bospacre 2 ner 3 mec. (B nekabpe 2010r.) mMarb 3a-
MeTUNa yBeJlMYeHHe 3aTbUIOUHbIX JIMMQATHUECKUX Y3JI0B,
no noBsoxy uvero obparunach K mexuatpy. [lpu ocmotpe
BriepBble OOHApYyXeHO yBenuueHne meueHu. OOcnenoBaHue
He HasHaueHo. B mapre 2011, B 2 roga 6 Mec., KOHCYJIb-
TUPOBAaH B JIHEBHOM CTaLMOHape MH(EKLHOHHOro Npodusi.
[lpu ocmoTpe obpaiuano Ha cebst BHUMaHHE 3HAUYNTEJIbHOE
yBeJIMYeHre pasMepoB XKMBOTA, MajbMNaTOPHO YyBeJIMYeHHe
neuenn +8-10 cMm, ceneseHku 10 +5 cm. JlabopaTopHo: sIB-
nenus uutomusa (AJIT 110 En/n, ACT 90 En/n), npusHakos
X0JiecTasa Het, OUIMPYOMH B HOPME; AMCIIUIUIEMUS C T10-
BbILLIEHMEM YPOBHS xojecTepuHa [0 6,2 mmosnb/n, JIITHII
no 3,47 mmonb/n (HopMa <3,3 MMOJIb/JT), TPUIIIULIEPUIIOB
1o 5,2 MMosb/n (HopMa <1,7 MMOJIb/J1), CHUXXEHHEM YpOB-
Hs JIMBIT no 0,52 mmonb/n (Hopma 0,4—1,55 Mmorb/m).
lMpusHakoB HapyleHuss O6eNKOBO-CHHTETHYECKON (YHK-
LMK nedeHn HeT. Pe3ysbrarThl KIMHUUYECKOro aHanusa KpoBH,
ofuero aHananM3a MouM, Konporpamma B Hopwme. [Tpu MDA
kpoBu IgM LIMB «+», IgG LIMB «—», I[gM B3b «+», IgG B3B
«—»; TP kposu THK BIB «+», IHK LIMB «—». ITo pesyib-
TaTaM OOCJIENOBAHMSI MCKJIIOUEHbl BUPYCHblE TeMNaTUThI
A, B, C, ayTOMMMYHHBIi1 TeNaTuT, HapyLleHus: oOMeHa Menu
1 xenesa. [1pn Y3U GproliHoii mosocTy: neveHs +8 cM, CTpyK-
Typa HEOJHOPOZHAsl, 9XOTE€HHOCTb YMEPEHHO MOBbIILIEeHa, Ce-
ne3eHKa +6 CM, BHYTPUOPIOLLHbIE TMM(OY3Ibl HE YBEJIMUEHBL.
Huarnos: «CmelnanHas reprnetudeckast MHQeKLus ¢ nopaxke-
HUEM IeYeHm».

B tepanuu nonyunn peambeprH BHYTPUBEHHO, ALIMKIIOBUP
1 yPCOZIe30KCUXOJIEBYIO KUCIIOTY. B IMHamMMKe OTMeUeHO HeKo-
TOpOe yMeHbllleHle renaTocnieHomMeraniu (nevyeHb +5 cM, ce-
ne3eHka +3 cm), senenuii uutonusda (AJIT 51 En/n, ACT 55 En/n).
B mae — utone 2011 r. mpoxonun miaHoBoe obcienoBaHue
B JHEBHOM CTaLlMOHApe Menuatpuyieckoro npoduis. [pu 06-
CIeNOBAaHNM: KJIMHMYECKUil aHanu3 KpoBW 0e3 MaToJoru,
B OMOXMMHMYECKOM aHaiM3e KpoBW siBeHus wLuronmsa: AJIT
71 En/n, ACT 67 En/n; xpeatundocdokunasa, rmokosa, CPb,
wesnoyHass ¢ocdarasa, y-IIyTaMUITPAHCIENTHA3a, JiaK-
TaTAeruaporeHasa, oot OMIMpyOuH, KpeaTHMHHH, Moue-
BUMHA, KalbLUMi, HaTpuil, pocPop, Kanui, Keneso — HOpMa.
Iucmmnunemust: xonecrepu 5,89 mmons/n (0-5,2), JIITHIT
4,13 mmonb/n (2,59-4,12), JIMNBIT1 0,67 mmonb/n (1,15—-1,68),
tpurnuuepunbl 2,95 (0-2,30), koadpduLKeHT aTeporeHHo-
ctu 7,7. Anbga-¢peTonpoTterH — HOpMa. JH3UMOAWArHOCTU-
ka 6onesun loue (PIBHY «MIHL»): ypoBuu (-D-ranakro-
3uaasel, (-D-mmoko3nnasbl, XMTOTpUO3MZashl B TNpexesnax
HopMbL. BonesHb Towe nckimoueHa. Y3 opraHoB GprolHoit
T0JIOCTU: TenaToclyleHoMeranust (feueHb +3 CM, Cesle3eHKa
+2 cM); peaKTMBHble M3MEHEHHs! MOAKENYNOUYHO! sKenesbl.
Y3U nouek 6e3 natonoruu. IKI' — nopma. IXoKI' — 00O,
OXJDK 6es HapylleHusl reMOAMHAMUKU. JluarHos: «Artomu-
YecKMil IlepMaTWUT, pacrpocTpaHeHHass (OpMa, HerpepbiB-
HO-peLnVBHpYIoLlee TeueHre. XpOHUUecKas repreTnyeckast

uHpexkumst B3b + LIMB, nepcuctupyrouiee teyenue. l'enaro-
JMeHanbHblil cuHapoM. mnepnunuaemus. Manble aHomManuu
cepzLa: OTKPbITOE OBajlbHOE OKHO, JOMOJIHUTEJIbHbIe XOPZbl
JIEBOTO XKeJNyLNo4Kay.

C 2011 r. mo 2016 r. He oGcnenoBad. Ha crporoii guere
C MCKJTIOUYeHHeM OOJMraTHbIX ajliepreHoB, KOPOBbETO MOJIOKA,
JKUPHOTO, KapeHoro, OCTPOro, KOMYEeHOro, NPsIHOTO.

B ¢espane 2016 . (7 ner 5 mec.) — nnaHOBast KOHCYJIb-
TaLysl MHpeKUMoHNCTa. JKanob akTuBHO He npenbssist. Co-
XpaHsiach remnarocruleHoMeranusi, nosbilienre ypoBHst AJIT
1 ACT (Tounble uudpsbl He npuseneHsl). Fibroscan — 6,7 klla
(FI no Metavir). K atomy momenty B Poccun nosiBunach Bo3-
MOXHOCTb 0OcrnenoBanust Ha JJIKJ. C yuetoM AnmMTenbHOM
IVCIUMUAEMUN U TIPU3HAKOB $HUOpo3a MneyeHu NpUHSTO pe-
wenne uckmountb JJIKJL. Cyxue mnsTHa KpoBM HampabiieHbl
Ha uccnenosane B GI'BHY «MI'HLl». PesynbraTbl aHanusa
or 25.02.2016: JIKIT — 0,01 uM/4/nsatHo (0,3-3,0), o6Hapy-
XeHa ofHOHyKieotHaHast 3ameHa NM_000235.3:c.796G>T
(p.G266*) u opHoHykneoTuaHass 3ameHa NM_000235.3:
c.894G>A, B reTepo3UroTHOM COCTOsIHUU. PebeHKy nonTBepx-
neH auarnos JJIKJI. TlpennoskeHa 3amecTuTesibHasi Tepamnusi,
OT KOTOPO#1 pOAMTENN KaTeropuyecKy OTKa3asmnchb.

Cnenytoiias koHcynbTauust nposeneHa B ®I'bY JHKLIND
®MBA Poccun B Hosi6pe 2018 1. (10 ner 2 mec.). O6paTunmch
CaMOCTOSITEJIbHO /IS TUIAHOBOTO OOCIIeOBaHKsSI MO MOBOZY
OOHapy)KEeHHbIX paHee M3MeHeHHil CO CTOpOHbl meveHn. Co
CJIOB pozTenei, peOeHOK Ha TOCTOSIHHOM CTpOsKaiilliet nueTe,
TMIOCTOSIHHO MOJIy4aeT Mpenaparbl ypCcOAe30KCUXO0TIeBOH KHC-
JIOTbI, IepPUOANYECKN KYpChbl 3CCEHLMaNbHbIX GOCHONUMMUIOB.
YpOBHU NeveHOUHBbIX TpaHCaMKMHA3 — B npenenax 1,5 HopM,
ypOBEeHb X0JlecTeprHa — B npefenax ot 6,9 1o 9 mmonb/n. Co-
nepxkanue JITTHII cTabKUIIbHO 3HAUMTESIbHO NOBbILLeHo, JITIBIT —
CHIDKeHO. PecrpatopHbiMu 3a6oseBaHusIMKM OOJIeeT perKo,
B 9 JleT nepeHec CTPeNTOKOKKOBYIO MHeKuuIo. [Ipu ocmoTpe:
COCTOSIHME  Y/IOBJIETBOPUTENIbHOE, MOHMKEHHOrO MUTaHMS,
TIOJIKOXKHO-3KMPOBO# c11oi nctoHyeH. Poct 139 cm, macca Tena
29,7 kr, UMT 15,4 kr/m2. KoskHblil MOKPOB YMCTBIi1, CyXOBaT,
C ydyacTKaMmM LuenyLieHns, 0COOEHHO MHTEHCHBHOrO B 00na-
CTH JIOKTEBbIX Cr1OOB, cienpl OT pacuecoB. Co CTOPOHBI cep-
IeYHO-COCYNMCTON U JbIXaTeNIbHOI CHCTeMbl G€3 MaTOoJOrU.
[Neuenb npu nanbnauuu mioTHasi, +3—4 cM ot Kpast pebepHoii
Iyry, ceneseHka ninorHas, +3—4 cM. [lo nauxbiM Y3U: renaro-
meranusi 10 +3 ¢M, AMPPy3HbIE M3MEHEHHS TIeUEHH, CTIIEHOMe-
ranus 1o +3 cM. Inacrorpadus nevenu Ha annapare Fibroscan:
cpenHsisi anactuyHocTb nevenn — 6,9 klla (Fl o Metavir). Buo-
XuMuuecknit aHanus kposu ot 22.09.2018: AJIT 54 En/n, ACT
54 En/n, xonectrepun 6,95 mmonb/n, JIIHIT 5,55 MMonb/n,
JITIOHIT 1,09 mmonb/n, Tpurnuuepunsl 2,38 mmonb/n, JINBII
0,46 mmonb/n (Hopma 1,03—1,55 mmonb/m). BBuny comHe-
HUIA poIuTeNiell B KOPPEKTHOCTM YCTAaHOBJIEHHOrO AMarHosa
HIJIKJI 1 oTKas3a OT 3aMeCTUTENIbHOM Tepanuy NPOBEeNeHO Mo-
BTOpPHOe o0crnenoBaHne peOGeHKa M pOAMTENeil Ha MpenMer
JIJIKJI. Pesynbrarsl ananmsa ot 28.11.2018 (OrAOY «HMUL]
310poBbs feTeii» Munsapasa Poccun): pe6eHok: ypoeHb JIKJI
B CYXMX MSITHaX KpoBU pe3ko cHixeH — 0,007 HM/u/nsTHO
(Hopma >0,07 HM/u/naTHO), BbisiBIeHa myrauus c.796G>T
B TeTepo3MroTHOM CcOCTOsiHMM M MyTauusi ¢.894G>A B re-
TepO3UrOTHOM COCTOSIHMK B reHe LIPA; martb: yposenb JIKJI
B npefenax Hopmbl — 0,207 HM/u/nsITHO, BbIsIBNIEHA MyTaLMsI
€.796G>T B reTepo3uroTHOM COCTOSIHMM B reHe LIPA; otel:
yposenb JIKJI B npenenax pedpepeHCHbIX 3HaueHHiA, OHAKO T10-
Kasartenu OM3KM K HIbKHel rpanuue Hopmbl — 0,076 HM/u/
MATHO, BbisiBIeHa MyTauusi ¢.894G>A B reTepo3MroTHOM C€O-
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crosiuui B reHe LIPA. Jlnarno3 JIJIKJI noBTOpHO noaTBepskaeH
U He BbI3blBaeT COMHeHuii. OnHaKo, HeCMOTPsI Ha HEOHOKpAT-
Hble Gecellbl C Pa3bsICHEHUSIMU HEOOXOANMOCTH 3aMeCTHUTEb-
HOW Tepanuu, yrpo3bl OCJIOKHEHHI W MOTEHLMAIbHOTO pUCKa
IU1s1 5KU3HU, OT 3aMECTUTEJIbHOM Tepariy POAUTEIN OTKa3biBa-
torcst. Hannune 3a6oneBanus y pebeHka He MpHU3HAIOT.

OBCYXIEHUE

[lpviBeneHHble KIMHMYECKME HAOMONEHUsT OTINYAIOTCS
MO TeYeHMIo 3a00JIeBaHMsl, CDOKAM €ro Pa3BUTHSI U JMArHO-
ctuku. OZHaKo BO BCex TpeX CJIy4asix epBbIMU ClieLHasnncTa-
MH, CTOJIKHyBLIMMHUCS ¢ npusHakamu JJIKJI, Obun nH}pexum-
onuctol. M B 1Byx u3 tpex cnyuaes auarnoctrposanu JJIKJI
MMEHHO OHM. B JoCTynHOI HaMm nMTepaType He BCTPeTUIIOCh
MOI0OHbIX cllyyaeB AMAarHOCTMKU MH@exuuonucrtamu JJIKJI
y nauueHToB ¢ B3B- u/unu LUMB-undexumeit B aHamHe3e.

[epBoe HabmoEH e SBTISETCS IPKUM PUMEPOM Pa3BUTHS
nHdanTHbHOI popmbl [IJIKJL. Y pebetka Oblia AuarHocTUpo-
BaHa LIMB-ungekuus. Jlannblil [uarHo3 He BbI3blBall COMHe-
HUI1, ¥ peOeHOK MoJTyya Bce HeoOXOAMMOe JIeUeHe B OJIHOM
o6beme. OxHako 3a «umpmoi» LIMB-uHekLm1 cKpbiBanach
MHKypa6eanaﬂ HacnencrseHHas natonorus — HJIKJIL.

Bropoe knnHnyeckoe HabOnEHNE MMEET HEKOTOPOE CXOJ-
CTBO C nepBbIM. PeGeHok aHanornuHo nepesocui LIMB-ungpex-
1110, Ha pOHE KOTOPOIi IMarHOCTUPOBAHO NMOPakKeHHe MeYeHN.
OnHako, HECMOTpSl Ha paHHuMii 1ebloT 3aboneBaHKs], B 3TOM
CUTyaLMM Mbl CTOJIKHYJIUCD ¢ fpyroit ¢popmoit IJIKJI, xapak-
TEepHON J1s JieTeil CcTapluero Bo3pacra v B3pocibix, — bHIX.
JleBouka TOJNBKO Hayaja 3aMeCTUTEJIbHYI0 Tepanuio, HO yxke
3aMeTHa 3HauuTesIbHasl MOJI0XKMTeNbHas IuHamKKa. CeoeBpe-
MEHHbIe IMarHOCTHKA W HAuaJo JiedeHusl COCOOCTBYIOT HOp-
Manu3auun HU3MUECKOro pasBUTHSI, CAMOUYBCTBUs peOeHKa
¥ MO3BOJISIIOT NpenynpenuTb GOpMHUPOBaHHE OCTIOKHEHUIA.

Tpernii npumep HarisgHO JI@MOHCTPUPYET MEeAJIeHHOE,
HOo mnporpeccuBHoe Teuenne BHIX. HecmoTpst Ha oTcyT-
cTBMe Xanob y ponurerneit 1 pebeHKa, UMEIOT MeCTo nporpec-
cupytolmii $prOpo3 MeyeHu U MOCTOSIHHASL aTepOreHHast AuC-
nunuaemust. 1o MOMeHTa NMOCTaHOBKM AMAarHosa CuuTasoch,
4TO y MalMeHTa XpOHHUUecKas reprernyeckast MHQeKLUs C 1o-
paskeHHeM neveHH B CTpyKType 3abonesanust. C yueToM nepcu-
creHuuy BOb 1 LIMB B KpoBY naHHbIi [MarH03 Henb3st Ha3BaTh
OLIMOOYHBIM, OFHAKO MEPBONPUYMHON TMOpAaKeHHs MeveHH
CTasa HeIMarHoCTMPOBaHHas cpasy op¢daHHasi NaToyorus.

3AKJTIOYEHUE

TepmuH «opdaHHble 3a00J1eBaHMSsI» POU3OLLIET OT aHTTIUH-
CKOro cnoBa orphan — «cvpotar. Yl neficTBUTeNbHO, NaLMeHTbI
C TaKMMHM 3a00JIeBAHUSIMY YaCTO UyBCTBYIOT Ce0sl «OTPHUHYTHI-
MW» U «IOTEPSHHbIMW» B MUpPE 3paBOOXpaHeHus. Beuny ma-

JIOM PacCMpOCTPAaHEHHOCTH 3THX 3a00JIeBaHMi M HU3KOI WH-
($OpMHUPOBAHHOCTH Bpaueii MalMeHTaM 3a4acTyto MPUXOAUTCS
MPOITY MHOXKECTBO MCCIIENOBAHUI M BCTPETUTbCS CO MHO-
JKECTBOM CIELMANUCTOB, Mpexkae YeM MM OyneT yCTaHOBIIeH
BepHblit auarHo3. [lo nanHbiM Kanagckoro MoOHAA pefkux 3a-
OoneBaHMil, B CpeZIHEM Ha MOCTAHOBKY JIMarHo3a peakoro 3a-
6onesanus yxonurt 5 niet [9].

[lpuBeneHHble B CTaTbe AaHHblE HAIJSAHO JAEMOHCTPU-
PYIOT, HaCKOJIbKO BaKHa HACTOPOXXEHHOCTb B OTHOLIEHUU
IJIKJT Bcex cneuuanucToB, Aasxke TaKUX Y3KHX, KaK MHpEK-
LIMOHKCTBI. BBUY MYJIbTUCUCTEMHOCTH 3a00JIEBaHUS CTOJ-
KHYTBCSI C HUIM MO3KeT Bpad J11000ii crietipanbHocTH. B criyuae
HeOObIYHOrO TeueHus 3abosieBaHusi, OTCYTCTBUSI 3dpdeKTa
OT MPOBOAMMOI Tepanuu W B JIHOOBIX APYrUX CHUTYaLMsX,
He COOTBETCTBYIOLIMX CTaHAAPTHOMY MPeACTaBJIeHUIO O 3a-
OoneBaHuyM, HEOOXOAMMO MMETb B BUAY OpdaHHYI0 NaToso-
ruto. [loBbllleHre YpPOBHSI XOJIeCTepUMHa U TPUIIIMLEPUIOB
y MaLMEeHTOB AEeTCKOTO0 BO3pacTa C MOpPa)keHUsIMU MeveHH
000 3THOJIOTMH, B TOM UMCIle MHPEKLHMOHHOM, NOJIKHO
HacTopoxkuTb cneuuanucra B ortHowenun [1JIKJL. Csoe-
BPEMEHHAsl IMarHoCTUKa MO3BOJMUT AaTb LIAHC NaLMEHTaM
Ha MOJIHOLEHHYIO XU3Hb, NMPEROTBPAaTUTb (POPMUPOBAHME
MHBAJIMANU3UPYIOLIMX NOCJIEACTBUI, a B HEKOTOPBIX CIIyYasx
Jaske COXPaHUTb SKU3Hb.
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