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~ NedbUUUT NN30COMHOIN KUC0M
nunasbli (AJ1K/1)

-3TO XPOHUYECKOe MPOorpeccupyoliee 3a001eBaHUe
JIN30COMA/IbHOTO HAKOTJIEHHSI, B OCHOBE KOTOPOTO JIE)KUT
nedekT reHa LIPA, kogupyroliero 1m30COMHYIO KUCJTYIO TUTIA3y
(JIKJI), mpuBofsiiiiee K HAKOTUIEHUIO CJIOXKHBIX 3PHPOB
XoJIeCTepHHA M TPUITHIIEPUIOB B ITIeUeHH, Ce/ie3eHKe, CTEHKaX
KPOBEHOCHBIX COCYZOB U APYTUX TKAHSIX.
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*«ledUUT TM30COMHOM KHCJIOM TUMa3kl y AeTeii» Knununyeckue pekomeHnaanuu, Coro3 nmeauatpos Poccuu, 2016



Moshe Wolman
1914-2009

B 1956 roay Abpamos (A. Abramov), LLopp (S. Schorr) n BonbmaH (M. Wolman) onncanun aaHHoe
HacneAcTBeHHoOe 3aboneBaHue y pebéHKa, KOTopbIN poanacsa ot 6an3KopoacTBEHHOro bpaka.
bosie3Hb Nony4nna HazBaHMe B YeCTb HEBpPoO1ora BonbmaHa.



3po0posasn "Hocutenn"
MmaTb

3p0poBbiv "HoOcUTENDb
oTey,

3no0poesbin peGeHoK 3p0possble "HocuTenn" BO/ibHOK pebeHoK
1ums 4 2un3 4 1us 4

B mupe yacmoma scmpeuaemocmu /[JIK/I 1:40000 - 1:300000.



/

e

bone3Hb BosibMmaHa

Lysosomal acid lipase deficiency (LAL-D); OMIM 278000;

mupp mno MKb-10: E 755 «/lpyrue HapylieHHs
HAKOIUJICHUS JIMITU OB .

OBICTPO  pasBHBAMWOIIAsiCs Tporpeccupymomass $opma
nedHIIUTA JITM30COMHON KUCJIOM JIMMA3bl, C pPa3BUTHEM
CUMIITOMOB B II€pBble MeCsIlbl YXU3HU peOeHKa, paHo
NpUBOZAAIIASS K [UPPO3y TI€YeHHW ¢ TeYeHOYHOU
HeZ0CTATOYHOCTH.

OO6ycoB/eHa TOBPEXIAOIMMHA MyTalussMu TreHa LIPA,
KOTOPBIM  PACIIOJIOKEH Ha [JIUHHOM IUle4ye 10-U
XpoMocombl. Tum  HacimegoBaHHS  3a00/I€eBaHUS -
ayTOCOMHO-PEIleCCUBHBIN, TI03TOMY  3a0o0seBaHUE  C
OAWHAKOBOM YaCTOTOMN BCTPEYALTCA Y MY>XYUH U XKEHIIUH.


https://www.ncbi.nlm.nih.gov/pubmed/24792990

FWO,ZLI/IPYGT bepMeHT - JTM30COMHYI0 KHCIYIO JIAIMAasy, KOTOPBIM HTIpaeT
—KJIIOYEBYI0 po/iib B MeTabomuaMe munugoB. Kucmas numaza B mm3ocomax
CYILIeCTB/SET pa3pylieHre 3PUPOB XOJIeCTepUHA U TPUITHLIEPUIOB O CBOOOTHOTO

XojsieCTeprHaA U XJKXUPHBIX KHUCJIOT, KOTOPbIE 3aTEM YCBANBAIOTCS OPraHNU3MOM.
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[Ipy CHWKeHWU aKTUBHOCTH JIM30COMHOUM KHCJIOW JTMMa3bl WIM TIPU €e TOTHOM
OTCYTCTBUHU, 3PUPHI XOJIeCTEPUHA U TPUITUIEPUABI HEe MeTabONMM3UPYIOTCS U
HAKAITMBAIOTCA B JIM30COMAX, CBOOOJHBIN XOJIECTEPUH W )XUPHbIE KHCIOTHI B
KJIeTKe He o0pasyroTcs. Bo3Hukaer mepUIIUT BHYTPUKIETOYHOTO CBOOOIHOTO
XOJIeCTepUHA W JKUPHBIX KHCJIOT, TIPUBOASAIIMUA K CHHTE3y DHAOTeHHOTO
XOJIeCTepUHA U TPUIIMIIEPUOB, a TAKXKe YCHUJIEHUIO IPOHUKHOBEHUS X0JIeCTEPUHA
yepes peLenTop.I JITTHII, 4TO 00yC/IOBTMBaET BO3HUKHOBEHUE
TUIIepPX0JIeCTEPUHEMUH Y TUCTUITHIEMHUH.



ONUOPTAHHOE
NOPAMEHUE

OEPMEHT KN - HAPYLUEHHE

u NIW30COMHOE HAKOMTEHME B OYHKLIWW KNETKHN
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AP0 NIU30COMA MUTOXOHAPUA

OEPMEHT NKNI P-NMHN

cebicsobongenuem (X n OKK B kneTky ana ocyuecrneins ee HopmanbHbiX Gy HKUA. naxonnenuem IX u TT 8 pasnuuNbIX TUNAX KNETOK, BKAIOYAsA renaToLuTbl  Makpodarm,

QEPMEHT JIKJT - IH30COMHOE HAKOTIEHUE: pepment IKI mapomszupyer X n 1T MONUOPTARHOE NOPAXKEHUE: napywenue perynauun ciiTesa Xxonecreputa, BbBBaHHoe
JUIKI npusoaut K nusocommonmy nakonnenuio X u T1. NPHBOAHT K MOPAKEHUIO PA3NHYHBIX KUZHEHHO BaXKHBIX OPraH 08

HAPYLIEHUE OYHKLIHH KJIETKH: npopomxatouteecs akonnerue X u TT npusoauT K nepenontenuio « Meyetib: nporpecaipyiowyit PuPo3, LHPPO3 i NeYeHo HAA HeJOCTATONHOCTD
nu3ocom BHYTPH KneTki. Cikentoe BbiaoGox aere (X u OKK npusoput k crumynaumun cinesa
XonecrepuHa, yenuunean Knevounbii saxsar X u T2

« (epaeyno-ocyAMCTan GiCTema: AHCTUNHACMUA, NPUBOAALLAA K YCKOPEHHOMY Pa3BHTHIO
arepoacnieposa’
+ Kunweunnk: Hapyienue B@mIBAHKA B MHKPOBOPCHHKAX KALLIKH'

« (enesenika: qineHoMeranus, NPUBOAALLAA K aHeMHM U TpomGouuTonenun' >’




Hedumut

¢epmenTa
JIKJI

JInzocoMHoe
HaKoIuieHye a¢pupos
Xo7lecTepuHa

Y TPUTTULEPUTIOB >

[eratomeranys Dubpos
[TopaxxeHne neyeHu [lnppos
MATAaHUHAMIHO- | HoprambHas rinepreHsus
TpaHcepasa [leyeHOYHAst HEOCTATOUHOCTD
MAcnapTaTaMiHoO-
TpaHchepasa YckopeHHoe pa3Butie
aTepockKieposa
NBC
Hucnunupemus > Wncynst
MXonecrepus JIITHII ViHpapKT MUOKapAa
Mpurmuepusst
VvXonecrepus JITIIBII
Pck TpaBMaTH4ecKoro
pa3pbiBa ce/le3eHKM
1/ M CIITIEHIKTOMUM
CnneHoMeranus = AHeMus
Tpomboiyronenus
HaxomNere bornb B xuBoTE
Manbabcopbius
i > OTcTaBanume B pocTe
B KMIIEYHNKE

X(HIYHO‘IHO-KM HI€YHbIE
KpPOBOTEYEHUSA
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RANMHMYECKaAa KapTUHaA

Knnnudeckre ciMIITOMBI 3a00/I€BaHHST PA3BHUBAIOTCS
TOJIBKO B TOM CJTydae, Koraa AedpeKTHBIMU
oka3biBaroTcs reHbl LIPA o6oux ponuresneii.

KnnHn4yeckas KapTyUHa BbI3BaHa IAaTOJIOrMYeCKUM
HaKoTJIeHHeM 3PUPOB XO/IeCTEPUHA B TKAHSIX
pa3/IUYHbIX OPTAHOB (Ccee3eHKe, HAATOYEeYHHUKAX,
AUMQPATAYECKUX y3/1aX, C/IM3UCTON TOHKOU KUIIIKH,
SHOTE/IUN COCYLOB U CKEeJIETHBIX MBIIILIAX, IeYEeHU C
pPa3BUTHEM €€ KUPOBOU TUCTPOPHUH).
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‘KnunHnuyeckasa kapTuHa

pPaHHME HPOABIAEHHA: CHHIPOM MaibabcopOiuu (pBOTa,
nvapesi Co cTeaTopeel, B3IyTHeE XUBOTA 3a CHET
MeTeOpH3Ma) C 33I€PXKKOM TeMITOB GU3UIECKOTO U
IICUXOMOTOPHOTO Pa3BUTHS, TeIlaTOMeraIus.

TeYeHHe 3a00/IeBaHUsA XapaKTePHU3yeTCsl MEPUOTUIYECKU
TTOSTBJISTIOIIIE M CSI YKeTTYIITHOCTBIO KOXKH U CKJIep,
cy0opeOprINTeTOM, HAPACTAIIIUMH aHEMHUEN, BSIOCTHIO,
araTuel, acteHUeH, rurneppedieKcrue.

MO3AHUE MPOSABJIEHUA CBSI3aHbI C PA3BUTHEM
ITOJTMOPTAHHOM HeZOCTATOYHOCTH: PrOPO30M U IUPPO30M
Ie4YyeHH, Me4YeHOYHOU HeJOCTATOYHOCThIO,
CIIJIEHOMETATUEH.
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JlTabopaTopHaa ANArHOCTMKA

Knuandeckuii anamus | AHeMUST, TPOMOOITUTOTIEHUST
KpPOBH

Buoxumuyeckuii ananus | JlyiCTUMHAIEMUYS C TIOBBIIIIEHHEM YPOBHS
KpOBHU 0O0IIero XoeCTepUHa, TUITOIMPOTENHOB
Huskoii tutotHocty (JITTHIT) u cHmkenne
ypOBHeEI Xo/IeCTepUHA JTUIIOIIPOTENHOB
BbICOKOM TutoTHOCTH (JITIBIT), a Taroke
BO3MO)KHBIM IOBBIIIIEHHEM YPOBHSI
TPUIIUIEpUI0B. PasBuTHe cHIpOoMa
IIUTO/IH3a IIPUBOIUT K HAPACTAHUIO TUTPA
TpaHcamuHas (AcAT, AnAT) B cbIBOPOTKe
KPOBH.




NHCTpyMmeHTanbHaaA AMarHOCTUKaA

* Y31 nu/vunu MPT opranos XKT no3BosisitoT
oTIpeJleTUTh YBe/IMYeHUe MeYeHU 1 Ceie3eHKU,
YXUPOBYIO AUCTPOPHUIO IMeUEHHU;

° DOI/IC mpoBOAAT A1 BBISIBAEHUS IPU3HAKOB
IMOPTA/JIbHOU TMIIEPTEH3UU.

HUpoBOoE NepepoXKaeHUe

2noposas neveHs
- T




- NMopaTrBepXXaaeTt AnarHo3 6one3Hu
BonbmaHa:

3HAYUTE/TbHBIN TePUIIUT aKTUBHOCTH pepMeHTa
JIN30COMHOM KHCJIOU JIMIIA3bI B KJIETKAX B IEMKOLIUTAX
neprudepruyecKom KpoBH (CYXHX IIATHAX KPOBH Ha
¢unasTpoBasibHOMN Gymare);

MOJIEKY/ISIPHO-TeHeTUYeCKasi TMarHOCTUKA, KOTOPast
BbIsIB/IsIeT MyTanuio reHa LIPA.



e

/

KAMHUYEeCKumn cayvan

llens ucciesoBaHUA: U3YYUTh KIIMHUYECKUE
posiBJIeHHsI 3a00/IeBaHUS Ha IIPUMepe KOHKPEeTHOTO
MalyeHTa ¢ HacJIeICTBeHHBIM 3a00/1eBaHUEeM
JIN30COMAJIBHOT'O HAaKOILIeHUs — O0osie3HbI0 BobMaHa.

MaTtepuanbl 1 METOABI: TPUBOINM CJTydai
HaOJII0OIeHM ManreHTa ¢ 6ose3Hbi0 BosibMana Ha
OCHOBAaHHWH U3y4eHUs UCTOPUH O0JIe3HU U
aMOy/1aTOPHOM KapThI MAIIMEHTA.



KAnHn4yecknn cnyvamu
Pe3ynbTaTtbl UccnepoBaHuUA:

Manpuuk E. 12 neT, Haxoguacss B MHPEeKITMOHHOM
otaeneHun KY «I/IKb N5 r. /loHenka» ¢
IBYCTOPOHHHM BOCITAJIUTE/IBHBIM 3a00/1eBaHHEeM
JIETOYHOU TKAHW, BBISIBIEHHBIM ITPU MPOBEAEeHUU
peHTTreHOorpadHu OPTraHOB IPYTHOU KIIETKH.

M3 aHaMHe3a U3BeCTHO, YTO B BO3paCTe 2 JIeT 8
MecCsIIeB POAUTETH BIIepBble 0OpaTH/IU BHUMaHHe Ha
yBe/IMUeHHe JXUBOTa B 0ObeMe.



Kanamuecknm cnyvan
Pe3ynbTaTtbl nccneposBaHuUA:

[Ipy 06bEKTUBHOM 00C/IeIOBAHUU BbISIB/IEHBI:
pacliMpeHre BEHO3HOU CeTU Ha XUBOTe,
reraToMeraausi, 3aMa3Ko0Opa3HBIN CTYJI YKEITO-
Ceporo LBerta.

[Ipy mpoBeeHNH TA00PATOPHON AUATHOCTUKU:
MOBBIIIIEHHE YPOBHS IleTOYHON PpocdaTassl,
THUMOJIOBOM ITPOOBI, THIIePraMMaraio0yIMHEMHUS.

IIpu npoBeaenvu Y3U u MPT opranos JXKT
BBISIB/IEHBI 3XONPU3HAKHU I PPYy3HOU renaromerajgnu
CO CHWDKEHUEM ee 3XOTeHHOCTH.
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mez{ymmeM MOSIBUJINCEH
’KENTYIIHOCTh KOKHBIX IIOKPOBOB,
CILICHOMETaJIMS, HapocJa
rernaroMeranys 0€3 CHHAPOMa [ATOIN3a
(IOBBIIIICHHUS TUTPA TPaHCAMHHA3).
B panbHenwem y pebeHka oTme4anoch
HapacTaHMe PAa3MepPOB NEYEHU U

ce/ie3eHKW.
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~_BBo3spacre 7 1eT pebeHOK ObLI 00C1e0BaH B LleHTpe
OpdanHbix 3a060neBanunii HarronanbHo JleTckoi
CnenguanusnupoBaHHOU bonbHu1bl «OXMATIET».

AHaMHes3.

PesynbraThl KJIIMHUKO-71a00PaTOPHOIO
ob6cenoBaHYs (ITOBBIIIEHME YPOBHSI
XoJIeCTepHHA, TPUITHIIEPUIOB,
reraToCIUIEHOMETa Iusl, CHHYKeHUE YPOBHS
KMCJIOM JIMIIas3hl B KPOBH).

MosteKy/IsipHO-TeHeTU4eCKOro UCC/IeJOBaHHe
KPOBHU, KOTOPOE BBISIBUIO MyTaluio reHa LIPA.




"KAMHN4YeCcKUn cnydam

YCTAHOBJICH JUAT'HO3:

Hac/JeICTBEHHOe 3a00/IeBaHue OOMeHa BellleCcTB U3
IPYIIIbI 0OJIe3Hel TM30COMHOT0 HaKOTLJIEHUS
3(pHPOB XoecTepuHa: TepUIIUT KUCI0H TUIa3bl,
AayTOCOMHO-PeleCCUBHBIN TUII HACIeJOBAaHUS
(0ome3ns Boirbpmana).



RAUHMYECKUN CyHant— o
Pe3ynbTaTbl nccnenoBaHUA:

IIpu ocmoTtpe B I/1IKb Nes5:
peOeHOK BSUIbIHM, allaTUYIHBIN, BIpa)KeHa C/1ab0CTh.

KO>KHBIEe TTIOKPOBBI pe3Ko OsieZIHbIe, TapaopOUTaIbHbIE
TeHU, TYObI CyXHe.

paclIvpeHure MOAKOXXHOM BeHO3HOM CeTH Ha
nepeaHeN OPIOIIHOM CTeHKe, yBeJIUnYeHHe YKUBOTa B
o0'beMe, TeTIaTO/TMeHa/IbHBIN CHHAPOM: Tle4eHb
BCTYTMaeT U3-T10/T Kpasi pebepHO# AyrH Ha 8 cM,
IJIOTHAsA, O0oie3HeHHas1, Kpal pOBHBIH, cejie3eHKa —
Ha 2 CM, Kpau MATKUM, POBHBIU.
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B OMoxuMHr4eCcKOM aHaJIn3e KPOBMH BbISAB/JICHO!

MOBBIIIIeHH e 0011IeTO OMINPYOWHA 22,5 MKMOJTB/ /T 3a CYeT
PAMOU PPAKIIUU 21,0 MKMOJIb/ .

CUHJPOMA LMTO/IM3A: 3HAYMTEIbHO MOBBILIEHbI YDPOBHU
TpaHcaMuHa3 — AcAT - 210,0 E/n, AnAT - 190,0 E/ .

noBeilieHre Tutpa ACJ/I-O - no 400 E/I.

Y3H opraHoB XeaygJ0o4YHO-KHUIIEeYHOTO TPAKTA BBISIBUIIO:
9XOMPU3HAKU YIUIOTHEHUS TKaHU IIeYe€HU, YBeJIMYeHU S
IeYeHH 3a CYET JIeBOM J0/IH ([MapeHXruMa OTHOPOIHAS,
IOBBIIIEHHOM 3XOTeHHOCTH ), Ha/ndre audQpy3HbIX
U3MEHEHUM MOMKeTyAOYHOU XKeJle3bl, YBeIUYeHUe
CeIe3€HKU.




Jns IOATBEPXXAeHUS JVarHosa
HeoOXOAMMO  TOAPOOHOE  Uu3y4yeHHe
WCTOpUK  3a0o0/ieBaHUs  MAIMEHT],
CEMEHOTO aHaMHe3a, IpOBeJeHUe

TILATEeTbHOTO KJIMHAY€CKOTO,
J1A00PATOPHOTO M UHCTPYMEHTATTBLHOTO
o0ce0BaHMS, MO TBEPXKAA0LIee

Hapylmienmue JUIUAHOTO l'IpO(l)I/I]IH H
M3MeHEeHUU Co CTOPOHBI IT€YE€HU.

[TaruenTam c /1IJIKJI HeoOGxoarma
KOHCY/IBTALiMsI Bpaya-reHeTHKa.



Phrccon,

* Oco6eHHOCTHIO JAHHOTO KJIMHUYECKOTO CJTydast
SIBJISIETCS O3 Hee pa3BUTHeE Yy MallMeHTa CUHAPOMaA
IUTONMNU3A. /JaHHBIU KIMHUYECKUU CTyYaU YKa3bIBaeT
Ha HeOOXOIMMOCTH OTIpeie/IEHUS MMAIleHTaM C
rernaToCiieHOMerajauen CogepXXaHust KMCI0U JINIA3bI
IJ1sl CBOeBpeMeHHOM TuarHoCcTUuku 6ose3nu BonbmaHa
1 yriybienHoro obcnenoBanus gereit ¢ JJIKJI gas
CBO€BPEMEHHOU KOPPEKLIUU BBISIBI€HHbIX
HapyLIEeHUMU.




Cnacubo 3a
sHUMaHue!

bydvme
- 3doposbl!




