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PE3IOME

Hegpuyum nusocomuoli kucnoii nunaswl (4JIKJ1) — npoepeccupyrouiee HacnedcmeeHHoe 3a001e8aHUE, XApaKmMepusyouieecs
HapyweHuem Memabonau3ma aunuoos8 u acCoyuupo8aHHOE C 8bICOKOL J1emaibHOCMbIO U PUCKOM pA38UMUS MEPMUHAIbHOZ0
nospexncoeruUs pasnuiHblX OP2aHO8, 8KIH04As NeYeHb, cele3eHKY, No4KU, cocyosl cepoya. B 3asucumocmu om o3pacma ma-
Hugpecmayuu 3a6o1esanus svidensiom 0ge knunudeckue popmvl JJIKJ1: unpanmunbHyio popmy, useecmuyio paxHee Kak 60-
J1e3Hb BonbmaHa, u 60ne3Hb HakonaeHus 3¢pupos Xoaecmepuxd, XapakmepHyto 05 oemeli cmapuie 1 2o0a u 83pocavix. He-
3asucumo om popmvl JJIKJ1 knunudeckue nposgnenus 3a601€8aHUS pPAZHOOOPA3HbI, MO A619eMCA NPUHUHOLU 3a0epiHCKU
YCMAaHOB8JIEHUS 8EPHO20 OUAZHO3d, PAHHEN UH8ANUOU3ayuu u 2ubeau nayueHmos.

B cmamve npugedens 2 knunuueckux Habao0enus AJIK/I: nayuenmku ¢ 601e3Hbi0 HAKONJIEHUS IUPO8 X0aecmepuHa u na-
yueHma ¢ unpanmunsHol popmoti JJIKJI. O6a cnyyas demoHcmpupyrom Kpaline Heb1a2onpusimHblll npoeHo3 3a601e6aHUS
u 8ancHocmb ceoegpemerHol ouazrocmuxu JJJIKJI.

Hanuuue kpumepues ouaznocmuku /IJIKJI nozeonsem ceoespemerHO 3ano003pums 3a001e8aHue U npogecmu mecm Ha onpeoe-
nenue akmugHocmu JIKJI MemoOdom cyxux nameH Kposu 011 n00mMeepucOeHus OuazHo3a. Imo Heo0xo0uMo 0151 PAHHE20 HAYa1a
adeksamHoll mepanuu.

KtoueBble cioBa: 1u30coMHas Kucaas aunasa, 6one3qs Bonbmana, 6one3ts Hakonnenus apupos xonecmepuna, cebenunasa
anvga.

HOns untupoBanust: Aeeesa H.B., Azanosa U.A., Amenuna E.JI. u dp. Ipoepeccupyiowjee 3a601e8atue nedeHu: oepuyum au3o-
COMHOII KUCJIOL 1unassl (KauHudeckue Haoooenus) // PMJK. 2018. Ne 5(11). C. 96—103.

ABSTRACT

Progressive liver disease: a deficiency of lysosomal acid lipase (clinical cases)

Ageeva N.V.!, Agapova I.A.!, Amelina E.L.2, Gundobina 0.S.3, Zharkova M.S.%, Kamenets E.A.5, Mikhaylova S.V.6,
Pechatnikova N.L.7, Sosnovsky A.E.!
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Lysosomal Acid Lipase Deficiency (LALD) is a progressive hereditary disease characterized by impaired metabolism of lipids
and associated with high mortality and a risk of terminal damage to various organs, including a liver, spleen, kidneys, and heart
vessels. Depending on age of manifestation of the disease, two clinical forms of the LALD are distinguished: an infantile form,
previously known as Wolman disease, and an ester storage disease, it is characteristic for children older than 1 year of age
and adults. Clinical manifestations of the disease are diverse regardless of the form of LALD, which is the reason for delay in
establishing a correct diagnosis, early disability and death of patients.

Two clinical observations of the LALD are presented in the article: a patient with the ester storage disease and a patient with the
infantile form of LALD. Both cases demonstrate the most negative prognosis of the disease and importance of timely diagnosis
of the LALD.
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Presence of diagnostic criteria for the LALD allows suspecting the disease in time and conduct a test for determination of
lysosomal acid lipase activity by method of dry spots to confirm the diagnosis. This is necessary for early initiation of adequate

therapy.

Key words: lysosomal acid lipase, Wolman disease, cholesterol ester storage disease, sebelipase alfa.
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BBENEHME

Bonesub HakomieHust 3buUPOB XosecTepuHa U 0O0JE3HDb
BosnbmaHa sBSIOTCS  KIMHUYECKUMU (EHOTUNAaMM  eUHO-
ro 3aboneBaHust — Odeuyuma NU3OCOMHOU KUCIOU JUNasbl
(OJIKJT), HacnencTBeHHOM 6ose3Hu Hakorenud [1].

Jluzocomuas kucnast nunada (JIKJI) sBnsiercss BaskHbIM
depMeHTOM  KJI€TOYHOro Merabosnu3ma, obecreunBaro-
LM FMAPOSH3 3UPOB X0NeCTeprHa U TPUIITULLEPUAOB. ITOT
npouecc uMeeT (yHIAMeHTalbHOE 3HauyeHue B obecreue-
HUM KJIETOK OpraHM3Ma XOJIeCTEPMHOM, KOTOPbIil yuacTBy-
€T B poCTe KJIeTKH, pOPMUPOBaHIH ee MeMOpaHbl U MPOUKX
BakHbIX QyHKUMSX [2]. [Ipy nosisnenun BpoxAeHHON MyTa-
uuu rena LIPA, otBerctBenHoro 3a cunres JIKJI, npoucxonst
CyLLleCTBEHHOE CHMKeHHe aKTUBHOCTM ¢(pepMeHTa, Hapylie-
H1e Mertabonu3Ma 3HPOB XONecTeprHa U TPUIIHLIEPHUIOB
1 Mporpeccupylolliee HakoIJIeHHe UX B JIM30COMAX KJIETOK.
JT0, B CBOIO Ouepellb, NPUBOIUT K KJIETOUHON JUCPYHKLUU
¥ IOBpEeXKIeHNIO pa3JIMYHbIX OPTraHoB U TKaHeil [3, 4]. OcHoB-
HbIMU opraHamu-muuenamu npu JJIKJT BeicTynaoT neueHs,
ceneseHKa, HaAMOUeUHUKH, KULIEUHMK, CTeHKU cocynos. On-
HaKo Jpyrve OpraHbl TaKxxe BOBJleYeHbl B MaTOJIOIMYECKHit
MpOLiecC 3a CueT NOBPeskIEHHbIX Makpodaros, B MeTabom3-
Me koTopbix JIKJI urpaer Benyiuyto poib [1].

B cBssu ¢ cucremubim xapakrepom IJIKJI knnnnueckue
nposiByieHust 3a60sieBaHNs pa3HO0OPA3HbI, UTO OKAa3bIBAET BIIH-
siH1e Ha CBOEBPEMEHHOCTb YCTaHOBJIEH!s] BEPHOTO JUarHosa.

Hugpanmunvnas ¢opma JJIKJ1, unu 6onesu» Bonbmana,
npencTaBisieT coOoi TsbKesoe, ObICTpONnporpeccupyloLiee,
pasBuBaioLlieecsl B MlepBble Hellenn knu3Hu 3aboneBanue. Co-
CTOsIHMe MaHH(EeCTUPYeT C HapyLleH!s BCKapMJIMBaHMs], TOLLI-
HOTBI, PBOTBI, CAMITTOMOB MasibabcopOLMH, 3a/iepskKK1 pocTa
1 pasBUTHS U TsKesloro nospesxaenus nedenu [1]. Ipu pan-
Heit popme JJIKJI nporHos KpaiiHe He6IaronpusITHbI — Me-
ZiMaHa Bo3pacTa CMepTH NaLueHToB cocrasisieT 3,7 Mec. [5].

bonesHb Hakonnenus 3gupos xonecmepuHd, HaobOpPOT,
MpOTeKaeT 3a4yacTyl0 JIaATEHTHO, GeCCHUMNTOMHO U SIBJIseT-
Cs IMarHOCTMYECKOM HaXOJKOW IMpY MpPOBeNeHUU PYTMHHOIO
OCMOTpa ¥ GMOXMMHMYECKOro aHanm3a Kposu. [IposiBienus-
Mu 60JIe3HM HaKOIUIeHHs 3GUPOB XOJECTEPUHA SIBISIIOTCS
CUMINTOMbI MOPaXeHWsl MeuYeHH, Takue Kak rernaToMerasusi,
TOBbILIEHMe YPOBHS anaHuMHaMuHOTpaHcdepassl (AJIT) u ac-
napraramuHoTpaHcdepasbl (ACT), creatos, $pr6po3 1 L1ppo3
nedeHu. Kpome Toro, Moryr HabmopartbCs CrIEHOMEranus
¥ CUMITOMbI 'MIEpCIIEHN3Ma, HanpruMep, aHeMust M TpoMO6o-
LIMTOMNEHHs! U PaHHee Pa3BUTHe aTepockieposa [6]. Hecmorpst
Ha «THXO€e», aCUMIITOMHOE TeueHre 00se3HH, TPOrHO3 Y MaLy-
eHTOB ¢ 3T0M popmoit [IJIKJI Takke HebnaronpusTHbiit. Y 78%
nauuenToB ¢ JJIKJI 6bu1 o6HapykeH ¢$pubpo3 u/unu umppos
(Ishak score >3) no nauHbiM Ouoricuy; MpUMeuaTesneH TOT
¢axT, uto y 60JIbLIMHCTBA MALMEHTOB C LIMPPO30M IPOrpeccH-
poBaHue 3a6oseBaHKs mpoTekano 6eccumnToMHo [7]. Menua-
Ha BpeMeHH J10 pa3BUTHs prubpo3a, LMppo3a 1iu NoTpebHOCTH
B TpaHCIUIaHTauuu nedenn y nauuentos ¢ JJIKJI cocrasnsier
3,7 rona c MomeHTa MaHudecTaLuu 3aboneBanus [8).

IumarHoctuka [JIKJ1 3aTpynHeHa BBUZYy pasHOOOpasus
KJIMHMYECKOH KapTMHbI, OJHAKO CYLLECTBYeT MpPOCTOi W TOY-

HbIi1 TECT, MO3BOJISIOLLMI OATBEPAMTD 3a00eBaHue. [1iis Bepu-
¢dukaumu quarnosa 1JIKJI onpenensiercst akTMBHOCTb pepMeHTa
JIKJI B nefikoLmTax 1/Um NSTHaX BbICYLIEHHOM KPOBU (MOCTIEA-
HUI TIOZIXOJ, MPENTNOUTHTENIEH) U NPU CHWKEHWH aKTMBHOCTH
¢depmenTa nposoaat JJHK-auarHocTuky nss moucka MyTaumii-
rena LIPA.

Jo HenasHero Bpemenu 11t mepanuu JJJIKJ1 Obl1a JOCTYII-
Ha TOJIbKO CHMITTOMATHYEeCKast Tepanusi: TUNOIUIMIeMUYECKIe
npenaparbl, i¥eTa ¢ HU3KUM COZiepKaHMeM >XKUpa, TPaHCIUIaH-
TauMsl eYeHH , TPaHCIIaHTaLIMs] FeMONO3THYECKHUX CTBOJIOBbIX
knerok (TT'CK).

JHTepanbHOEe M MapeHTepabHOe MUTaHWEe C HU3KUM CO-
AepskaH{eM KMPOB MPUMEHSIIOCh B Tepanuy MiafeHLeB C Obl-
crponporpeccupytolieii panHeit ¢popmoit IJIKJT (6one3Hbio
Bonbmana), ofHaKO Kakoro-ambo BMsSHMS Ha CMEPTHOCTb
JaHHas Tepanus He oKasana. HuskoxxupoBas nvera Ao HacTo-
sILIero BpeMeHW MpuMeHsieTcs y Aeteit u B3pocnbix ¢ JJIKT,
XOT$ 3TOT MOAXOZ TaKKe He NPOAEMOHCTPUPOBAJ CBOI A0CTa-
TouHy10 3¢ PexTrBHOCTL [9, 10].

Pesynbratbl Tepanuu naumentos ¢ JJIKJI runonunupemnye-
CKMMM TIpenaparamMmu B JmMTeparype HeonHosHauHbl [11]. Ocra-
eTCsl HesICHbIM, OKasblBaeT JIi MpUMeEHeHWe CTaTMHOB Kakoe-
7100 BIIMSIHME HA Pa3BUTHE aTepPOCKIIepo3a U PUCK CEpIEUHbIX
0CJI0KHeHui, accounnposannbix ¢ JIJIKJI. U kpaithe BaxxeH TOT
(aKT, YTO NPUMEHEeHHe CTaTMHOB He OKa3aslo BJIMSIHMS Ha Mpo-
rpeccupoBaHKe nopakeHusi edenu y nauuentos ¢ JJIKJT [12].

TICK  npencraensercs — moTeHUManbHO — 3¢pQeKTHB-
HbIM MeToAoM Jjedenus: naumventos ¢ IJIKJL, T. k. mpeano-
naraetcst, uto JIKJI Oymer CHHTe3MpOBaThbCs B HOHOPCKHUX
kieTkax. OnHAKO HeOOJNbIIOE YMCIIO KIMHUYECKHMX CIy4aes,
JOCTYIMHBIX JUIsl aHaNU3a, He MO3BOJIsIeT CAeNaTb OAHO3HAUHO-
ro BbiBoga 00 3¢ eKTMBHOCTH M 6e30MacHOCTH HaHHOI Te-
panuu. Kpome Ttoro, npouenypa TI'CK accounupoBana c Bbl-
COKMM pPHUCKOM pPa3BWTHSI OCJIOXKHEHWii, TaKuX, Hampumep,
KaK OTTOpKeHWe TpaHCIJaHTaTa, peakLsl <«TpaHCIaHTaT
NPOTUB XO35IMHA» U JPyrye NOCTONepaLyoHHble OCIIOKHEHHSL.
B cBsasu ¢ stum TT'CK He pekomeH[i0BaHa KaK pyTUHHAs Tepa-
neBTHYecKas onuus 1g nauuentos ¢ JJJIKJIT [13].

TpaHcriaHTaumMs neueHu TaKkske acCOLMMPOBAHA C BbICO-
KMM PMCKOM OCJIOKHEHMIl 1 He OKa3blBaeT BJIMSIHMS Ha CH-
CTeMHble MposiBeHus 3aboseBaHus. B sureparype cylue-
CTBYIOT OINMCaHUs KJIMHMYecKux ciydaes nporpeccun J1JIKJI
Y pa3BUTHS TEPMHUHAILHOTO MOBPEXKIEHHUS MIOUeK Y MaLMeHT-
KM CIyCTs1 7 JIET MOCe NPOLeAypbl TPAHCIIAHTALMU TeUYeHH.
[pu GuorncuK mouek B AAHHOM Ciyuae Obll BbISIBJIEH BbIpa-
JKEHHBII1 aTepOCKJIEPO3 C OOLIMPHBIMU OTIIOKEHUSIMHU JIMITUIIOB
B CTeHKax cocynoB [14]. Takum o6pa3oM, TpaHCIIaHTaLMsl ne-
4eHM He ocTaHasnuBaeT nporpeccuto JJIKJ1 u nopaskenue npy-
TMX OpPraHoB-MuLlIeHell. Kpome Toro, Henb3sl UCKIIIOUUTb PUCK
NOBpeXAEHNUs] TPAHCIJIAaHTUPOBAHHOM MeYeHH, T. K. YPOBEHb
JIKJI no-npesxkHeMy ocTaeTcst HU3kuM [15].

CpaBHMTENbHO HENABHO T[OSIBUJICS HOBBI  TOAXOZ
K neuenuto JJIKJI — 3amectutenbHas depmeHTHast Tepa-
nus. B Poccun, HecMOTpsl Ha OTHOCHTEJIBHO HOBbl€ 3HAHHUS
0 3a60s1eBaHMH, HAKOMJIEH NOCTAaTOYHbIN OMBIT JUarHOCTH-
ku JUJIKJL. Tlo nanHbiM aHanu3a cekBeHHpPOBaHUS 523 ue-
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JIOBEK B POCCHMICKO# MOMynsLUK Npeznosaraercs, 4ro 4a-
crorta JJIKJI B Poccun moxet cocraBnatb 1:67 600 [16].
Bnaronapst 3HaHMSM Bpauei, BHUMaHUIO K 3a00JIeBaHUSIM
neyveHH y AeTell, BO3MOXHOCTSIM COBPEMeHHbIX laboparo-
puit nuarHoctupoBanbl Aecsitku cnyvaes JIJIKJI. Omnaxo
OCBEIOMJIEHHOCTb 06 0COOEHHOCTSIX KJIMHUYECKO# KapTHHBI
3aboneBaHusl BaskHA AJisl €r0 CBOEBPEMEHHOI AMAarHoCTH-
KM, MOCKOJIbKY ObicTpoe mporpeccupoBanue IJIKJT uHorna
He JlaeT BO3MOKHOCTH NIPOBOAMTD AOJITMiA AMAarHOCTUYECKHUIA
nouck. B naHHO# cTaTbe npezncTaBieHbl KJIMHWYECKME Ha-
omonenus obenx popm IJIKJL.

KIWMHWYECKUE HABNIOAEHUS

KnuHnyeCKOE HABOREHKE Ne 1:

BOJIE3Hb HAKOIUJIEHWS 3®UPOB XOJIECTEPUHA

Mauuentka 1998 . p. BrepBble nonana nox HabozxeHKe
Bpaueii B Bo3pacre 10 mec. c renatomeranveil. M3 anamnesa
W3BECTHO, YTO PaHHEe Pa3BUTHE MPOXOOUIO COOTBETCTBEHHO
BO3pacty, 6e3 0cOGeHHOCTEI!.

B Bospacre 13 mec. nmauueHTKa OblL1a TOCMHUTATIM3MPOBA-
Ha B reMaToJIOrMYecKoe OTIeNeHHe B CBS3M C TMITOXPOMHOIA
aHemueil U neikounto3oM. [lpu obcnenoBaHiu OOHAPYKEHO
yBenuueHue neueHu (+6 cM) u ceneseHku (+5 cm). 1o naHHbIM
Y3U: yBenuyenue neueHn C pOBHbIM KOHTYPOM U HEOIZHOPOA-
HOW TMIepIXoreHHOo NapeHXUMOM, yBeJIMueH e CeNIE3eHKH, yBe-
JIMYeHre pasMepoB Movek. B OMOXMMUYECKOM aHaii3e KPOBH
onpenensich nosblilieHre yposHs AJIT no 88—146 Ex/n (Hop-
Ma — 4—-40 En/n), ACT — no 59-92 En/n (Hopma — 4—40 En/m),
obuero xonecrepuHa — 10 9,7 MMOib/a (Bo3pacTHast HOp-
Ma — <5,2 MMOJIb/JT), TPUITIMLIEPHUIIOB — 10 2,3 MMOJIb/N (BO3-
pactHast Hopma — <0,8 MMonb/n), cHskenue yposHs JITIBIT —
10 0,8 Mmmonb/n (Bo3pacTHast HopMa — >1,2 MMob/1). B obiiem
aHaM3e KPOBM COXpaHsIcs JiefikouuTos 1o 13—16x10°/n (Bo3-
pacrHast HopmMa — 5—12x10°/n). TouHblit AMArHO3 YCTaHOBUTD
He YIaJIoCh.

Bnepsble nuarHos JJIKJI ObL1 3anofio3peH B BO3pacTe
2,7 200a, KOria MalveHTKa Obla HarmpaBjieHa Ha KOHCYJb-
Tauuto reHetuka. [losogom nng srimtouenus JIKJI B auarto-
CTHUYECKHMIi MOMCK ObUIM MPOrpeccupyroliiasi rernaToMeranys,
TIEPCHUCTHPYIOLLIEe MOBBILLIEHNE YPOBHSI X0JIECTEPHHA U TPAHC-
amuHas. [lo pesynbratam usmepenus aktusHoctu JIKJI B nei-
KOLIMTAX LEJIbHOM KPOBU BbISIBJIEHO 3HAYMTENIbHOE CHIDKEHME
aKTUBHOCTH ¢pepMeHTa — 110 5,8 MMOb/Mr Gesika/4 py1 HopMme
>23,4 Mmmorb/Mmr 6esika/4. Ha 0OCHOBaHMM KITMHUYECKOi KapTh-
Hbl 1 OOHApY>KEeHHsl Pe3KOro CHIskeHust aktuBHOCTH JIKJT Gbun
YCTAHOBJIEH IMArHO3: HENOCTAaTOYHOCTb JIM30COMHOM KHCIIOi
nmnasbl, 607e3Hb HakoreHus 3gpupoB xosnecrepuHa (BHIX).

[lpn KoHTpONbHOM OOCNEnoBaHMKM cnycmsa 3 Mmec. OT-
Meuasiacb OTpHLaTesbHasl IOMHAMMKA: TMIEPXOJINCTEpHHE-
Must Hapacrana po 11,8 mmone/n (Bo3pacTHasi HopMa —
<5,2 MMOJIb/1), IOBBICKJICS YPOBEHb TpaHcaMuHa3 (puc. 1),
ramma-rnyramunrpancnentuaassl (ITT) — no 174 En/n
(Hopma — 8-45 Epn/n), 3HayeHue 1ienouHoit ¢ocdaraspl
ocraBasiocb HopmanbHbIM. [To nanHbiM Y3U — renaromera-
nust 6e3 AMHAMUKH.

B Bo3pacte 3 sem 5 mec. npu obcnenoBaHuK BriepBble
0GHapyXeHO CHIDKeHre nporpoMbuHoBoro uupekca ([1TH)
10 53% (Hopma — 60—90%).

B 2002 2. nauunenTka 6bu1a rocnuTaaM3upoBaHa B COCTOSI-
HUM CPEZIHEN TSKECTH € )Kano6amMy Ha epHOANYECKH e HOCOBbIE
KpoBoTeueHus. [Ipy ocMoTpe: Bec — B npezenax BO3pacTHO
HOPMbI, BbIPaskKeHHAs! MaJibMapHast 3pUTeMa, CIM3UCTbIE Iy0 —
cyxue, ¢ TpelwHamy. [1py nanbnaumy onpenensiachk MIOTHO-

Hocosble Tunokoarynsuus
KPOBOTEYEeHMs Jlerkas xentyxa
308 MHeBMOHUS Jiuct oxupanus

TpaHcnNaHTauuu
nevyeHu

286
266

113 -~ ANT, Eg/n
-m-ACT, Eg/n
66
B ! 48 TpombounTl,
) TbiC./N
i XonectepwH,
j MMOAb/N
Nuaruos 54 4.6 .
3,8 —E-JleikouuTsl,
ANKN 41 oo

»
>

2 roga 4 ropa 6 net 8 nert 12 net 15 net

Puc. 1. OuHamuka yposHen AJ1T, ACT, rematonornieckmnx
nokasarenen n oéLero xonectepuHa y naumeHTtkm ¢ AJ1KJ1

3JIaCTHYHAs IeYeHb, yBeMUeHHasl B pa3mepax (+6 cM), ceneseH-
Ka ny10THast, 6e3601e3HeHHasl, Tak)Ke yBelueHHas B pa3Mepax
(+10 cm). TTo nanxbiv Y3U o6HapyKeHb! AMCKMHE3MS] SKETUEBbI-
BOASILLMX MyTeid, JedopMaLiust 5KeUHOTO My3bpsl, peaKTUBHbIe
M3MeHeH!s! TIOJIKeNyA0YHOIA Kee3bl. [1o jaHHbIM 1abopaTop-
HbIX MCCNIE[IOBaHMI OTMeYasoch HapacTaHWe YPOBHSI TPaHC-
aMMWHa3, COXpaHsI1Chb runepxonecrepunemus (puc. 1), xene-
sonepuunTHas aHemus (KIA), yeenuuenue yposus JIITHII
1o 7,46 Mmonb/n (Bo3pacrHast Hopma — < 2,8 MMOJIb/).

PentreHonornueckn o6HapyskeHbl NMPU3HAKM OCTEONOpO-
3a, UCTOHYEHKUe KOpKoBoro cnost Koctu 1o 0,05 mm (Hopma —
>2 MM) (KOCTHbIit BO3PacT COOTBETCTBYET KajleHIapHOMY).

B 2004 2. (B 5 nem 10 mec.) naumMeHTKa rocnyTanu3upo-
BaHa B YHMBEPCUTETCKYI0 KIMHMKY Ppaitbypra (fepmanus),
rie npu nosTopHOM aHanuse aktuBHOCTH JIKJI B neiikouuTax
0GHapY>KEHO 3HAYMTENIbHOE CHUKEHNE aKTMBHOCTH (epMeHTa
1 GbI1 BHOBB noxTBepKAeH anarHo3 JJIKJ1 B popme BHIX.

B 6,5 200a nauueHTKa BHOBb FOCIUTAIM3MPOBaHA B CTaLU-
oHap. Paamepbl neueHy U cene3eHKH — 6e3 OMHAMKKK: +6 CM
1 +9 cM cooTBeTcTBeHHO. Kpome Toro, no pesynbratam obcneno-
BaHMs1 ObLT BBICTABJIEH IUArHO3: OCTPast [PAaBOCTOPOHHSIST HIKHE-
707IeBast CerMeHTapHast THeBMOHMS], TAHCUHYCHT, IByXCTOPOHHUIA
KaTapaibHblii cpenHuii OTUT. Bbinrcana ¢ HopMasnusaLyei cocTo-
SIHUS 10 THEBMOHMH, HO € coxpaHeHreM cumntomoB JJIKJL.

B Bo3pacre 6 s1em 10 mec. aeBOYKa MOBTOPHO rOCMUTANIN-
3MpOBaHa C kano0amMy Ha HOCOBble KPOBOTEUEHHUS], C1ab0CTb
1 yromnsemoctb. [lpu obcnenoBanuu ObuM OOHAPY>KEHbI
KpaeBasi CyOMKTEpUYHOCTb CKjep; Ha IleKaX KamuuUIsSspuT,
najbMapHasi 3puTeMa 1 rMrepTpyuxo3, pacliMpeHre BeHO3HOM
CeTU Ha MoBepxHoCTH rpyau. [lossunace nnd@ysHas mbiiied-
Hasl TMIIOTOHMSL. JKUBOT Ob yBeJNMUYeH B oObeMe, MpH Majb-
naLyy 4yBCTBUTEJIEH B TOUKE SKEJIYHOrO My3blpsi, OOHapyskeH
cumnrom Opthepa (IpekoBa). IleveHb u ceneseHka Obliu
yBeJIMYeHbl Ha +5 ¢cM U +9 CM C MJIOTHOI KOHCUCTeHLMel
COOTBETCTBEHHO. COXPaHSUIUCb CMHIPOM LIMTONINU3a, THIep-
xoJnecTepyHemusi (puc. 1), MOBbILLIEHHE YPOBHSI XOJecTepuHa
JIMHIT no 6,38 Mmmonb/n (Bo3pactHast Hopma — <2,8 MMOJIb/ 1)
U Tpurauuepuaos o 1,8 mmonb/n (Bo3pacTHas HOpMa —
<0,8 mmonb/n). C MOMOLIBIO AEHCUTOMETPUM Obll BbISIBIIEH
ocreonopo3. O6Lmit aHanM3 KPOBU — 6€3 OTKIIOHEHHUIA.

Cnycrs 9 ner nocne ycranosnenus auvarsosa JJIKJI B Bos-
pacte 12 jiem nauueHTKe PeKOMEHJ0BaHO PacCMOTPETb BO3-
MOKHOCTb TPaHCIUIAHTaLUW MevyeHu B CBSI3W C ee HapacTa-
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IOLIMM TMOpPaXXeHWeM M PasBUTHEM NPHU3HAKOB IEYEHOUHOI
HeA0CTaTOUYHOCTH BCNIEACTBHE LIMPPO3a.

B Bo3pacre 13 1em nauueHTKa rocnuTaaM3uMpoBaHa C yxya-
IIEHNEM COCTOSIHMS, TPOMOOLIMTONEHHEN, JIeHKONeHHell,
aHeMMell, TrenaToCreHOMeranueil, NpU3HaKaMu MOpTasb-
HOIt runepreHsuu. [ledeHouHass HEOCTATOUHOCTb MO ILKaje
Yaiing — Ibio ouennsanach B 11 6annoB u3 15 BOSMOKHBIX,
YTO COOTBETCTBYET LIMPPO3Y MeyeHH kinacca C (JekoMneHcHpo-
BaHHBbII1). B pe3ynbrare pa3BuTHs LMPpO3a COCTOSIHME MALMEHT-
KU OCJIOKHWJIOCh BapMKO3HBIM paclIMpeHHeM BeH MULLeBOa
3 cT. v BeH Kenyzka. BHOBb Oblsia peKOMeH/10BaHa TPaHCIIaH-
tauus nedeHu. [lo nannbiM MPT cocTosiHMe neveHu yxyniuu-
JIOCh: HaJjMuKe LMPpO3a U MHOXKECTBEHHbIX pPereHepaTOPHbIX
y3710B B NapeHXMMe, yMEPEHHO BbIPaKEHHOE PacCLUMpeHue efu-
HUYHBIX BHYTPUIMEYEHOUYHbIX MPOTOKOB M MOpTaibHas runep-
tensus. CoxpaHeHue crieHoMeranuu. CBoOOAHAs KUIKOCTD
B TMOANEYEHOYHOM M TOJCENE3EHOYHOM NPOCTPaHCTBe. Bro-
pHUHble U3MEHEeHHS TapeHXUMbI OAKeyA0YHOH >Kemne3bl.

B 2015 2. B Bospacre 16 iem nauMeHTKa rocrnuranyu3upoBa-
Ha B OT/ieJIeHH e MeMLIMHCKOM PeHEeTHKH C )Kano0amu Ha n3bbl-
TOYHBI1 BEC, yTOMJISIEMOCTb Y OTCYTCTBHE MEHCTPYyaLHil.

[lpu ocMoTpe: runepTprxo3, COCYaUCTble 3Be3A0UKH Ha Lile-
Kax, B 0071aCTH HOCOTyOHO# CKJIaJikM C71eBa, B MOAKIIOUNYHOM
00671aCTH 1 Ha CMIHMHE, IMTMEHTHbIE HEBYChI Ha KOHEUHOCTSIX, CITU-
He U 5KMBOTE, 9KXMMO3 Ha NpaBoii roneHn. OTMe4eHo ycueHue
BEHO3HO# CeTH Ha OPIOLLHOM CTEHKe B MOJB3IOLLIHbIX 0071aCTsIX,
B aMMracTpabHoii obnacty. [lanabnaTopHo 0TMeYanich yMeHb-
lIeHre pa3MepoB feveHu (y pebepHOii Iyrv) M CoXpaHeHue
cruteHomeranuy (+12 cm). OueHka Lyppo3a MevyeHu Mo LiKase
Yaiing — [Tbto cooTBercTBOBasA 5 Gasiam. B cBsisu ¢ coxpaHsito-
1ieficsl TPOMOOLIMTONEHNEN, HECMOTPSI Ha TPaHCHY3UH N71a3Mbl
¥ TPOMOOLIMTAPHOI MACChl, TPOBeZieHNEe OUOMCHY NTeYeHN OTMe-
HEHO BBHIY BbICOKOT'O PUCKa OCJIOKHEHHIA.

B Bo3pacre 17 siem nauyeHTKa 6blia BHOBb FOCMUTAIU3U-
poBaHa B CTalMOHAp, rae no AaHHbIM Y3U BbISIBTIEHO YMeHb-
eHre pasmepoB neyeH (93x121 M) nmpu 3HAUMTENIBHOM
HapacTaHuy pasmepoB cesne3eHkH (260x90 mm) (puc. 2).
[leueHouHas mapeHxuma Oblia HEOZHOPOZHOW, C MOBBILIEH-
HOM 3XOTeHHOCTbIO, BbIPA’KEHHbIM MePUNOPTaNbHbIM GUOpPO-
30M, NpH3HAaKaMM MEPUIOPTaIbHOI TMIEPTEH3UH U LUppO-
3a. Pesynbratel ¢ubpoanacrorpaduy MOATBEPAMIM LIMPPO3
(crammus F4 no wkane METAVIR). Ha MPT 06bi10 BbISIBJIEHO
TNPUCYTCTBHE CBOOOHOI XXMAKOCTH B MOANEYEHOUHOM U NOA-
ceJle3eHOYHOM NPOCTPaHCTBaX. VccnenoBaHue cene3eHKy Tak-
ke M0Ka3aJI0 HEOJHOPOIHOCTD €€ MAPEHXMMBI C MOBBILIEHHO!
9XOT€HHOCTbIO, PACLIMPEHHbIMU COCYAaMU M COEAWHUTENb-

—_
[$)]

—
o

[$)]

VBen4eHIe PasMepOB OpraHa, CM
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Puc. 2. [luHamunka pa3amepoB NeHeHn 1 CENe3eHKN
y naumeHTkn ¢ JIKJT (OTHOCMTENBHO HOPMAaTbHbIX 3HAYEHWIA)

Puc. 3. lenatocnneHomeranus no gaHHeIM MPT y naumeHTkn
c AJIKN

HOTKaHHbIMHU nepemMblukami (puc. 3). [pu 3I']IC BhisiBNEHO Ba-
PMKO3HOE pacliMpeHKe BeH MUILEBOAA 3 CT. C NOTeHLUaIbHOM
yrpo3soit kpoBoTteuenus (puc. 4). JlaHHoe GpoTO MosTyyeHo B OT-
IeJIeH!H SHAOCKONUY KJIMHUKY TPONeeBTHKY BHYTPEHHNX 00-
Jle3Heli, raCTpOIHTepOJIOrMHU Y renartosiorny uM. B. X. Bacunen-
ko [lepsoro MI'MY um. 1. M. Ceuenosa.

Tak>xe HaMeTHnach TeHAEHLIMS K CHIKEHHIO YPOBHS TPaHC-
amKHa3 1 obuiero xosecrepua (puc. 1) (B CBSI3U C neveHoY-
HOJ1 HEZIOCTaTOYHOCTBIO), MOBBILLIEHUIO YPOBHS OMIIMPYOKHA
1o 43,8 Mkmosnb/n (Bo3pacTHast Hopma — 10 20,5 MKMOJIb/ ).

B 2016 2. npu nosropHOM omnpenenenny akTusHOCTH JIKJI
BHOBb OTMeuaslacb Pe3KO CHMKEHHasl aKTMBHOCTb (pepMeHTa —
1o 0,01 uM/u4/nsitHo npu Hopme 0,30—3,00 HM/u/msiTHO. AHa-
ym3 reHa LIPA meTonom npsiMoro CeKBeHMpOBaHMSI He TOKa3aJl
TNaToreHHbIX MyTauuit. OTCyTCTBME MyTaLMil He MO3BOJISUIO Ofl-
HO3HAYHO MCKJIIOUMTb 3a007eBaHMe, MOCKOJIbKY MyTaLMi MOTYT
TIpeJCTaBIISITh Pefikie BapUaHTbl M3MeHEHHs! OCIIel0BaTeNbHO-
CTH, KOTOPbIE He BbISIBJISIOTCS] PyTUHHBIM METOZIOM aHa/u3a reHa.

C yueToM nporpeccupyioLLero xapaxkrepa TeueHus 3abosne-
BaHus [IJIKJI v HespPpeKTMBHOCTH CUMIITOMAaTHYECKON Tepanmy,
B pesyJbTaTe KOTOPOH Pa3BUICS LMPPO3 MeveHH C MeUeHOUHO
HEI0OCTaTOYHOCTbIO, BbIPAKEHHOW MOPTabHON TMIEepPTEH3MeN,

Puc. 4. BaprkosHoe paclumpeHne BeH nuwiesona 3 CT.
y naumeHTkn ¢ OJ1IKJ1

O
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Pwuc. 5. lenatocnneHomeranusa y nauuenta ¢ AJ1KJ1
B Bo3pacTe 2,5 mec. no gaHHbiM Y3

BapWKO3HbIM PaCLIMpEH1EM BEH MHILLEBOd, CHUHIAPOMOM runep-
CIJIEHM3MA W BbICOKUM PUCKOM FeMOppParuieckrx U MHQeKLu-
OHHBIX OCJIO)KHEHUI, MaLlMeHTKe MO KU3HEHHbIM MOKa3aHUsIM pe-
KOMEHZI0BaHa 3aMecTuTesibHast pepmenTHas tepanus JJIKJL

B 2016 2. (8 Bo3pacrte 18 1em) 110 5kM3HEHHBIM NOKA3aHUSIM
nauyeHTKe Oblla Ha3Ha4YeHa 3aMecTUTeNbHas pepMeHTHas Te-
panusi He3aperuCTpUPOBAaHHBIM HAa TOT MOMEHT B Poccuiickoi
denepauny npenapatoM cebenunasa anbda B no3e 1 Mr/kr
1 pa3 B 2 Hex. B BuJie BHYTPUBEHHbIX UHPY3HIL.

B pesynbTaTe npoBeneHHoOl TepanMM OTMEYantCh yiryylle-
HIe COCTOSIHMSI, HOPMaJIM3aLsl YPOBHS TPAaHCaMKMHA3 U 00LLEro
XOJIeCTEpHHA, MOBBILIEHHe YpOBHsS remornobuHa no 107 r/n,
TpombouutoB — 0 103 ThIC./N1, yMEHbLLIEHNE BbIPAKEHHOCTH
BapMKO3HOTO pacluMpeHust BeH nuieBoAa 10 2 ¢1. O HopManu-
3aLMM NeYeHOUYHO (QYHKLMM KOCBEHHO CBUIETENbCTBYIOT BOC-
CTaHOBJIEHVE TOPMOHAJIbHBIX POLIECCOB U HOPMaJIM3aLMst MeH-
CTpyasnbHOit PpyHKLMM (YCTpaHeHHe MePBUUHOI aMEHOpeN).

K/MHWYECKOE HABTIONEHME Ne 2:

MHOAHTUIbHAST dOPMA JIJIKJT (BONE3HL BONbMAHA)

Mauuent 2015 p. BhepBble moman noj HabnozxeHHe
y4acTKOBOro nefuatpa B Bo3pacte 2 mec. u 11 OHell ¢ cuM-
nromamu nuxopagku g0 37,8 °C. HacnencTseHHblil aHamHe3
He OTArolleH, peGeHOK OT BTOpOi OepeMEHHOCTH, OCJIOXK-
HEHHOI TOKCMKO30M U KOJIbIIMTOM, POZibl METOJIOM KecapeBa

ceueHnst B cpok 36 Hen. CocTostHMe mocye poxkaeHust OblIo
yZRoBeTBOpUTENbHbIM, 8/8 no wkane Anrap. [1o pesynbratam
ocMoTpa OblT YCTaHOBJIEH AMArHO3: OpopapuHreabHblil KaH-
U103, Ha3HaueHa MecTHas Tepanus. CnycTs 7 OHeit cocTos-
HMe 0e3 yJydlleHHs, NPy MOBTOPHOM OCMOTpE MeAHaTPOM
YCTaHOBJIEH IUarHo3: ocTpblit papuurut, XKJIIA, nepebpanbHast
uiemus. HanpasneH Ha rocnutanusaLuio.

IMpu nocrynneHnn peGeHOK B TSIKEIOM COCTOSIHUM, C BbIpa-
’KEHHbIMM CHMIITOMaMH MHTOKCHKaLuu. [Ipn ocMoTpe Ha Mo-
MEHT FOCMIUTaIM3aLMK COCTOSHUE TsIKeToe, peOeHOK OeCroKoii-
Hbli1. TenocnosxkeHye npaBUIbHOE, KOKHbIE TOKPOBBI O7eHbIE,
«MPaMOPHOCTb» KOXHbIX TOKPOBOB, BbIpaXKeHHas1 COCYANCTast
CeTb TOJIOBbI, NEpUOPasbHbIil LMAaHO3. 3eB rMIepeMHUpPOBaH.
JKuBoT yBenueH B pasmepax, NajablaTOPHO YBeIUUYeHHe eye-
HU JI0 5 CM, cene3eHKU — 10 8 cM. MblLleyHblil TOHYC CHUKEH.

Jlns ycTaHOBJIEHMS MarHo3a NauyeHTy OblIo MpOBefeHO
BCECTOPOHHee MCCTIeJoBaHMe: Ha BUPYCHYIO M GaKTepHasIbHyO
MHEKLMIO, MapKepbl OHKOreMaroJIorueckux 3aboseBaHHii,
a TaKkxke MCCIefoBaHKUsl GMOMTaTa KOCTHOTO MO3ra, KOMIIbIO-
TepHas ToMmorpadust (KT), pentreHorpacusi opraHoB rpyaHoii
MoJIOCTH, 3XOKapauorpadus, (GubporacTponayosEHOCKONHS,
MHOTOKpaTHO MpoBoAMoch Y3U.

JlaHHbIX 33 BUPYCHYIO 3TMOJIOTMIO, OHKOreMaToJyioruye-
ckue 3aboneBaHus He obGHapyskeHo. [loceB KpoBM Ha cTe-
PWIBHOCTb BbIIBUII poCT Staphylococcus piscifermentans
u Streptococcus spp.

PentreHorpagusi opraHoB rpyaHoit KieTku — 6e3 ocobeH-
HoCTe#.

B 6uorncur KoCTHOrO Mosra ObUTM OMpenesneHbl CysKeHHe
TPOMOOLIMTApHOrO POCTKA, paciupeHre TMMGOLUTAPHOTO
POCTKa, 3a/iep>kka CO3peBaHusl JIEHKOLMUTOB Ha yPOBHE MHUEJO-
LIMTOB 1 MeTaMHeNIOLIMTOB. B npenapare conepskanicb MUTOTH-
4eCKMe KJIETKH, Pa3pyLUeHHble KJIETKHU, CKOTUIeHHsI Makpodaros.

[launeHT MPOKOHCYILTUPOBAH FreHETMKOM, PEKOMEHI0BaHO
MCKJIIOUNTD HACJIEZICTBEHHbIE MeTabonyeckne 3a001eBaHMsI.

o nannHbiM Y3W opraHoB OpIOLIHOM MOJIOCTH B Teue-
HUe BCero nepuoja roCrnuTaaus3alMy ONpefenssach renaro-
crineHomeranust (puc. 5). B okmsabpe 2015 e. (cnycrs 16 nueit
rnocsie roChMTanu3aLuu) npu nposefeHnd Y3U obpatunu
Ha ce0s1 BHUMaHWe KaJbLMHATbl HAJMOYEUHNKOB: HaAMoOYyey-
HUKH yBeJIMUeHbl, KOHTYPbl HEPOBHbIE, HEOIHOPOAHO YILIOTHE-
Hbl (KasnpLudukauus), cou He auddepeHuupyoTcst. JJaHHbIe
KT nonTeepauny Hanuune KanbLUU(PUKATOB B HAAMOUEYHMKAX.

(puc. 6).

Puc. 6. KanbuundumkaTbl B HagnoveyHnkax y naumerTa ¢ AJ1KJ1 no gaHHbim KT
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Puc. 7. lnHaMnka rematonorndeckumx nokasartenemn
y naumeHTa ¢ nHdaHTunbHow doopmon OJ1KJI1

Puc. 8. Ounamuka AJTT n ACT y naumeHTa ¢ MHaHTUNbHOM
dopmon ONKI

B cBsi3u c nosiBieHreM JAHHOrO CHUMITOMA B COBOKYIHO-
CTH C rernarocrsieHoMeranueii, ApaMaTHieckumM pocToM ypOB-
H$1 TPAaHCaMMHa3 BO3HHMKJIO MOJI03peHHe Ha 6oesHb BonbmaHa.
KpoBsb HanpasneHna Ha aHanus aktuBHOCTH JIKJL.

Hecmotpst Ha mpoBoaumyio Tepanuio (reMoTpaHcgysuu,
aHTHOaKTepuanbHas Tepanus, 1Hy3nOHHas Tepanust, FOpMo-
Ha/lbHasi Tepanusi, CUMNTOMaTUYeCKasi Tepanus), COCTOsIHUE
NalyeHTa KPUTUUYECKM YXYALIANoCh: NMporpeccMpoBana ru-
MOXPOMHasi aHeMUsl BIUIOTb 0 MOTPeGHOCTH B TpaHCQy3u-
X, pasBunach TpombouurtoneHnst no 46x10°/1, Habmona-
71ach TeHJeHLMst K yry6ieHuto nefikonennu (puc. 7).

Takxxe oTMeuanocb HapacTaHWe CUHIPOMa LMTOJIN3a,
YTO CUTHaJIM3MPOBAJIO O MPOrpeccud MOBpEXIeHUs Meye-
Hu (puc. 8). CHuskeHue comepskanus 6enka no 38,9 r/n tak-
K€ CBUIETeJIbCTBOBAIO O MOPaXeHUU MEUeHU U CHUKEHHU
ee 6eJIKOBO-CHHTE3UPYIOLLIEH GYHKLIMU.

CocrosiHue pebeHKa yXyAlIaaoCh 3a CUeT HApaCTaHUs
TMIOJIMOPraHHON HeAOCTAaTOYHOCTHU: NPOrpeccUpyolLel aHe-
MUHM, NeYeHOUHol HenocTatoyHoctH, IBC-cunapoma, npo-
SIBUBLLEroCsl B BUJE >KeJIYJOYHO-KULLIEUHbIX KPOBOTEUEHH
1 KPOBOTOUMBOCTH MECT UHbEKLIUI, CKPbITOM KPOBU B aHa-
nn3e Kana. JKesNTyLHOCTb KOXKHBIX MTOKPOBOB U CJIM3UCTBIX
yCUnMBanach.

B Bo3pacre 3 mec. 24 OHeli y nauuenTta Obuia 3aUKCH-
poBaHa OCTaHOBKa KpoBOOOpalleHus. [lalmeHT CcKoHuascs
nocse npoBezieHnst 6e3pe3yNbTaTHBIX PeaHMMALMOHHBIX Me-
ponpusTuii. [locMepTHbIit 3aKIIOUMTeNbHbI AMAarHo3: Ha-
CTIe[CTBEHHOE reHeTH4YecKoe 3a0oseBaHMe OOMeHa BeLeCTB
(6one3usb loue, 6one3xb Bonbmana?). [prunHamu netanbHO-
ro UCXozia CTaju: MONMOPraHHasl HeAOCTaTOYHOCTb, aHeMHs],
TPOMOOLIMTONEHNS], EUEHOUHAs! HELOCTaTOUHOCTb, MOPTalb-
Hasi runeptensus, JIBC-cuHOpoM, KpOBOTEUeHHS KelyA0UHO-
KUILEYHOTO TPAKTA, JbIXaTeNbHas HEAO0CTaTOYHOCTb.

Ha cexuyn o6Hapy>keHO BbIpaKeHHOE yBeJueHHe NeYeHH,
SIPKO->KeJNTOro 1LiBeTa, TKaHb MeyeHd MHPUILTPUPOBAHA XU-
POM, renaToOLMTbl KPYIIHbIe, 3ar0JIHeHHble KUpoM. CeneseHka
yBeJMUYeHa, TEMHO-KPaCcHOTO LIBETa, C 04araMu HeKpo3a M re-
MaroM, GOJIMKYJIbl HepasMYUMbl, THPUILTPUPOBAHA MaKPO-
¢aramu, 3arnoJIHeHHbIMU XUPOM (puc. 9).

[lpy npoBeneHur reHETMUECKOro MCCENOBAHKS BblsIBIIe-
Hbl OMHKCaHHble paHee MyTauuu B reHe LIPA B komnayHgn-re-
Tepo3uroTHoM coctostnun CM993350: ¢.348G>A (p.W116*);
CM960945: c.796G>T (p.G266*). OGe MyTauuu OTHOCST-
Csl K TSDKEeJIbIM ¥ NPUBOIST K (OPMUPOBAHMIO CTOIN-KOJOHA.
[lo pesynbratam reHeTMYECKOrO UCCIIENOBAHMS MOATBEPKAEH
auarnos: JJIKJ1, ungantunbHas ¢popma.

Puc. 9. Pesynbrathl BCKpbITUS NaumeHTa ¢ nHdaHtunsHon popmoint AJTKJ: a — neyeHb ApKo->KenToro LseTa, MUHTEHCMBHO
NHbUNETPMpOBaHa XMPOM; 6 — ceneseHka APKO-KPacHOro LiBeTa ¢ o4aramm HeKpo3a 1 KPOBOUINUAHWUIA

8
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Ta6bnuua 1. [lnarHoCTUYECKME KPUTEPMU®, MO3BONSIOLLIME CBOEBPEMEHHO 3anono3puTe K/

HesicHo#W aTuonoruu:
lenato/cnneHomeranus
tACT u ANT
Kanbumdukauns Hagno4e4H1KoB
3afepxka B pa3BuTMM

OCHOBHblE

Manbabcopbuus
TMnepcnnennsm
leyeHo4Has HEQOCTATOMHOCTD

[lononHuTenbHble

HesicHo# aTuonorum:
lenaro/cnneHomeranus
TACT n AITT
HNHN, trpurnuuepmnasl, JINBM
Mpu3Hakm cTeato3a/umppo3sa/cdmbposa no fauHsim Y3U unmn KT

MwnKpOoBe3NKYNApHbIN cTeaTos (6uoncus)
ATepocknepos (paHHuit)
CemeiHbI aHaMHe3

* [py Harm4um AByX n 6o5ee KpuTepmes crieayeT rMPOBECTU NMPOCTON ANarHOCTUHECKUN TECT — OrnpeaesieHne akTUBHOCTU KUCTION /iNnasabl B CYyXOM MATHE KPOBU.

OBCYXIEHUE

JJIKJI — xpoHMveckoe Nporpeccupyrollee HacleACTBeH-
Hoe 3aboJieBaHue, acCOLMMPOBAHHOE C BbICOKOM JIETAJIbHO-
CTbIO M PMCKOM Pa3BUTHsI TEPMUHAJILHOTO NOBpEsKeHMs Neye-
HU B pe3ysibTaTe HAKOIUIEHHs CJIOKHBIX 3(UPOB XOJNeCTepuHa
Y TPUIIMLIEPUIOB B MIeUeHH, Cene3eHKe, CTeHKaX KPOBEHOCHbIX
cocyznoB 1 Apyrux Tkausx [17, 18]. JJIKJI moxxer manugecTu-
poBarb Ha NepBOM rofy ku3Hu pebeHka (MHbaHTHIbHAsS Gop-
ma JIJIKJT unu 6osie3Hb BosibMaHa), U 11aHC BbIKMBAEMOCTH Ta-
KMX nauueHnToB 6onee 12 mec. cocrasnser 0,114.

[lpyMeHeHMe TpaAMLIMOHHONM Tepamuu, BKJOYasl TpaHC-
nnantaumio nedend u TI'CK, yBenuuuBaeT cpenuuit BO3-
pact cMepTu ¢ 3 Mec. (Me1aHa BO3pacTa CMepTH NaLMeHTOB
¢ uHdantunbHoi dopmoit IJIKJI Tonbko ¢ cuMnTOMaTHye-
CKOI1 Tepanueit) 1o 8,6 Mec. y maLUXeHTOB MOCie MNpoueny-
pbt TI'CK w/vnu TpaHcnnanTauuu neyeHu [5).

JUIKJI, manudectupyiowast B 6ojee MNO3AHEM BO3pac-
Te, TaK)ke MMeeT KpaiiHe HeOIaronpusITHbIA MPOrHO3 B CBSI3M
C OBICTPBIM pa3BUTHEM LMPPO3a, TEPMUHAIbHOM MEYEeHOUHOI
HEZOCTaTOYHOCTH M MOTPEOHOCTH B TPAHCIUIAHTALIMM MEeYeHN:
MeJiaHa BpPeMEeHHM JI0 pa3BUTHS yKa3aHHbIX OCJIOKHEHHIA y na-
umenros ¢ [IJIKJI cocrasnser 3,7 rona ¢ MoMeHTa MaHudecTa-
umu 3abonesanus [8].

Teuenue 3a60neBaHMsl B PUBENEHHbIX KITMHUUECKHUX HAa0o-
JeHUsIX COMIacyeTcsl C JIMTepaTypHbIMK JAaHHBIMU. B mepsom
KJIMHAYECKOM HaOJIONEeHNH YXYALLEHUe COCTOSIHUSI NALMeHTKH,
nporpeccMpoBaHKe NOBpeXIeHusl eueH U pa3BUTHe LMppo3a
TNPUBENH K PELLEeHHIO 0 HeOOXOAMMOCTH JIAHUPOBaHUS! TPaHC-
NJIaHTaLMK Nevenu B Bo3pacte 14 net. LMppo3 Kak pesysnbTaT
nporpeccun JIJIKJT mpuBen K pasBUTHMIO MHOXECTBA JPYrvx
OCJIOKHEHMI1: BAPMKO3HOTO paclUMpeHust BeH MHULLEBOAA U Ke-
JIy7IKa, MOPTaJIbHOM IMNepTeH3NH, HapyLLieHni reMocTasa U T. A.
[poBeneHre CUMITOMATHYECKOi Tepaniy b0 HeIPdEKTHB-
HbIM. HasHaueHue ceGenunasbl anbda B KauecTBe MaToreHeTH-
4ecKoit Tepanuy NpUBeNo K HopManu3aumnyi oOMeHa JIMNUIOB,
YPOBHsl OOLLIEr0 X0JIeCTep1Ha, CTAOMIM3aLMK COCTOSIHHUSI Teve-
HM, YJTy4LLIEHHIO OOLLEro COCTOSIHMSI M Ka4eCTBa )XU3HH, BKIIOUast
HOpManu13aLmio MEHCTPYanbHO! QpyHKLMU.

K coskanenuto, BTOpoit KIMHWUYeCKUI1 MpuMep MH(AHTUIIb-
Hoit ¢popmbl [IJIKJI nemMoHCTpUpyeT BbICOKYIO OMacHOCTDb 3a-
GonieBaHus y HeTell MepBOro rofa SKM3HW: CMepTb MalMeHTa
ot ocnoxkHenuit IJIKJI Hactynuna B Teuenue 1 Mec. u 13 nHeit
C MOMEHTa BO3HMKHOBEHHSI IEPBbIX CUMITOMOB Oose3Hu. Bep-
HbIIl IMarHo3 ObLT YCTaHOBJIEH MOCMEPTHO, XOTsl MOJ03peHHe
orHocutenbHo JJIKJI kak Npu4MHBI TSAKENOro COCTOSHMS pe-
GeHKa BO3HMKIIO ellle MY SKM3HHM MaljeHTa Ha OCHOBaHNH 00-
Hapy»keHus! KanbLKpUKaLUY HaNTTOYeUHHKOB.

O6a KIMHNYECKMX HAOIONEH S IEMOHCTPUPYIOT BasKHOCTD
cBoespemMenHoi guarnoctuku JJIKJI anist npenorspaiienns -
KeNbIX TMOCTencTBUil 3aboneBanus. Poccuiickumu akcrepra-
MU OblM pa3paboTaHbl KPUTEPHH, O3BOJISIIOLLME CBOEBPEMEH-
Ho 3anozno3putb J1JIKJI v ycTaHOBUTb BepHbIii AuarHo3 (tab. 1).

[IpumeHeHye npocToro M BbICOKOMHGOPMATUBHOTO TECTa —
namepenre aktuBHocTH JIKJ] B msiTHaX BbICYILIEHHON KPOBU MO-
KasaH MaLlMeHTaM BCeX BO3PACTHBIX IPYIII C MOPaXeHeM NevYeHn
HesICHOM 3THOJIoruM (UMppo3, $prbpo3), NOBBILLIEHHEM aKTUBHO-
CTW TPAaHCAMKHA3 U MO3BOJISIET MPOBOAMTD CEJEKTUBHbIN CKpU-
HUHT IPYNN BHICOKOTO PUCKA ISl BbISIBTIEHMSI 3TOTO PEIKOro 3a-
GoneBaHusL.

BbiBozibl

JIJIKJT — 6bicTponporpeccupyioliee, yrposkaroliee skus-
HU TeHeTHuecKoe 3abosieBaHue, MPUBOZsLIEe K ObICTPOit
CMepTH JieTelt paHHero Bo3pacTa Uin K TepMHUHalIbHOMY Nopa-
KEHHUIO OpraHOB-MHULLeHell y JeTeii craplie 1 rona v B3pocblX.
He6naronpusitHetit nporto3 npu JJIKJT Tpebyer cBoeBpeMeH-
HOIi IMarHOCTMKKM UM Tepamuu 3aboseBanus. Hamuune kpute-
pueB amarHoctiku JIJIKJT nossonser ObicTpee 3amnono3puThb
3abosieBaHMe W MPOBECTH TECT HA OMNpenesieHNe aKTUBHOCTH
JIKJI MeToniOM CyXuX MSITEH AJ1s TOATBEP KAEHMS iMarHosa.
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TAHHAS MHOOPMALIMA IIPEJOCTABJIEHA B KAYECTBE MTHOOPMAILIMIOHHON
IMOONEPKKNM MEIVITMHCKVM PABOTHMKAM. MHEHVA, VI3JIOJKEHHBIE B MATEPUAJIE,
OTPAJKAIOT TOYKY 3PEHNMA ABTOPOB 1 HE OBA3ATE/IBHO COBITAJAIOT C TOYKOU

3PEHVA KOMITAHUM CBUKC BVIO®APMA.
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