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Kadeapa nponepeBTUKM neguaTpumn

KnuHnyeckun BapmaHT 6onesHn
BonbmaHa: 6one3Hb HaKkonneHusA
3apupoB xonectepuHa

Noknagvuuku:
aoueHT lNowexoHoBa KOnua BnaanmupoBHa,
aoueHT Mockantok OkcaHa HukonaeBHa



bonesHb BonbmaHa - AepULNT nusocomqu

P KMC0M IMnasbl

Lysosomal acid lipase deficiency (LAL-D); OMIM
278000; wndp no MKbB-10: E 75.5 «Apyrue
HapyLleHNA HaKoNaAeHUa IMnNnnaoB»)

XpOoHuU4eckoe npozpeccupyrouiee 3aboaesaHue
AU30COMANbHO20 HAKONJeHUSl, 6 OCHO8E KOMOPO20 Jjaexcum
degpexm ecena LIPA, kodupyrwwe2o AU30COMHYIO KUCTYIO
aunasy (/IKJI), npueodawee k HAKONJIEHUIO CI0HCHBIX IPUPOE
XojlecmepuHa U mpu2auuepudo8 6 ne4veHu, ceje3eHkKe,
CmeHKax KPo8eHOCHbIX COCyd08 U dpy2ux MKaHAX

pll.1
qil.1
qll.21
q24.2
q24.33
gdd.1
g23.3
q26.12
q26.13
q26.2
g26.3
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*«ledUUT TM30COMHOM KHCJIOM TUMa3kl y AeTeii» Knununyeckue pekomeHnaanuu, Coro3 nmeauatpos Poccuu, 2016



B 1956 roay Abpamos (A. Abramov), LUopp (S. Schorr) n
BonabmaH (M. Wolman) onucanm gaHHoe HacneacTBeHHoe
3aboneBaHue y pebEHKa, KOTOPbIA POAUICA OT
6nusKopoacTtseHHoro 6paka. bonesHb nonyumna
Ha3BaHMe B YecTb HeBposora BoabmaHa

MonynaynoHHana yacrtota AJ1K/1 no pa3Hbim
UCTOYHMKaM moXKeT Konebartbea ot 1:130 000
(uccnepoBaHue Scott) ao 1:40000 — 1:300000

Moshe Wolman
1914-2009

e Tun HacnepgoBaHuA 3abonesaHna —

e AyTOCOMHO-pPEeL,eCCUBHbI, NO3TOMY
3abonesaHue c 04MHAKOBOI YaCTOTOM
BCTPeYaeTCA Y MYXKUYMH U XKEHLLMUH.
KnnHunuyeckasa KaptuHa 3abonesaHus
pa3BuBaeTCA TO/IbKO B TOM C/ly4ae, Korga
AedeKTHbIMM OKa3biBaloTcA reHbl LIPA o6oux
poauTteneiu
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TUNU TeHa LIPA
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IlepBas kmaHNYecKass popma - pegkass ObICTPO Pa3BUBAIOLIASICS MPOTPECCHUPYIOIAST
dopma [IJTKJI, mposiBASIIONMIASICS C IEPBBIX MECSIEB XU3HHU peOeHKa, MPUBOASIIAS K
PA3BUTHUIO M€YEeHOYHOM HeJOCTaTOYHOCTHU U JIeTaIbHOMY MCXOZY B BO3pacTe [0 1 rofa:

® - IPOTPeCCUpPYIONIAs TeMATOCTUIEHOMEeTaTHSI;
® - CUHIPOM MaTbabCcopOLH;
® - B psifie CJTy4aeB Pa3BUBAETCS MAaPATUTHYECKAS KUIIeYHast HETTPOXOAUMOCTb;

¢ - MaCCHBHOE€ YBe/IUYEHHUE U Ka]IbLLI/I(l)I/IKaL[I/ISI HaAITIOYE€YHHUKOB C Ppa3BUTHEM
HEeAOCTATOYHOCTHU KOPbI HAAITIOYE€YHHWKOB;

® - [IpOrpeccUupyrouias 3aep)xKa ICUXOMOTOPHOIO Pa3BUTHSI, HATUYUE
MTOJIOKUTETbHOTO CUMITTOMA baOMHCKOTO U APYTHX MaTOIOTHYECKUX pedIeKCoB,
KJIOHYCBI CTOII, ONUCTOTOHYC U JP.

Bropas kinanuyeckast popma (00/1e3Hb HaKOTUIeHHsI 3PUPOB X0O/IeCTEPUHA) —
XapakTepusyeTcs 00jee MeZ/IeHHbIM XapaKTePOM Pa3BUTHUSI, OTCYTCTBHEM
HEBPOJIOTUYEeCKOU CUMIITOMATUKU. Beaylire CMMIITOMBI: HOpa)XeHUE ITIeYeHU U
OUCTATIUIEMUS :

® - Iporpeccupylolrie CHHIPOM IIMTO/IN3a, FreraroMeraans ¢ GOpMUpPOBaHUEM
dubpo3a 1 Mppo3a MeveHH, pa3BUTHE MeYeHOYHON HeZIOCTAaTOYHOCTH;

® - IVC/IWIIMJEMUS - IOBBILIEHVE B CBIBOPOTKE KPOBU YPOBHS XoJiecTepyHa, JIITHII n
TPUITIULLEPUO0B MPYU HOPMaJIbHOM MJIU HU3KOM ypOBHe xosiecteprHa JIT1BI1
(runeprunonporenHemust [Ib Tumna), 4To MOXKeT MPUBOAUTD K YyCKOPEHHOMY
Pa3BUTHUIO aTEPOCK/IEPO3a.
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°* OcCHOBHBIE IMATHOCTUYECKHE MapPKePhl, MOATBEePXKJa0Iye
3a0o0meBaHue: JePUIUT AKTUBHOCTH TU30COMHOW KHCJIOW TANA36I B

nedKonuTax nepudepudecKkoil KPOBU, MATHAX KPOBU U MYTALIUH

rena LIPA, Kogupyo0MuX ¥ NPpUIEralliuX HHTPOHHBIX 0061acTeil

KnuHnveckuii aHau3 KPOBU: aHEMUSI, JIEHKO- U TpoMOoLnToneHusl, nmosbimeHHoe COD.

buoxmMuyeckui aHa/In3 KPOBU: NTOBBIIIEHUE aKTUBHOCTH TPAHCAMUHA3,
rUIepxojieCTepUHeMHUs, TUNIePTPUTIULIEpULEMUS; yBeTndeHue KoHUeHTpauuu JITTHII,
MOBBILIEHU e al0/IMIONpOoTerHa B.

Y3H BHYTpeHHHUX OPraHOB: YBe/IU4YeHHEe Pa3MepOB ITe4eHH, TUIIeP3XOTeHHOCTh U
MesiKoo4daroBas AudPpy3Hasi HEOZHOPOSHOCTh ITAPEHXUMBI ITeUeHH, yBeTMYeHHe CeIe3eHKH, a
IIPH JaTbHENIIIeM ITPOTrPecCUPOBAaHNM O00Ie3HU — PACIIMPEHNE CTBOJIA BODOTHOM U
CeJIe3€HOYHOM BeH, Ka/IbLIMHATHI B HAAIOYeYHUKAX.

MPT opraHoB OPIOLIHOM MOJIOCTH: T€MATOCII/IEHOMEraivsi, TUIepTpoprupOBaHHBIE
OpbDKeeYHbIe U TTepUaoPTaIbHbIe TUM$aTHIeCKe Y3IIbl, YXUPOBasi AUCTPOPUs TeYeHH.

buoncus meyeHu: pa3TMyHasi CTeMeHb MOPTAabHOTO Y ePUIOOYIsipHOTro GrbpPo3a,
BbIPa)YXKeHHBIN MUKPOBE3UKY/ISIPHBIN CTEATO3 B CBSI3U C HAKOTUJIEHHEeM 3PHPOB X0/ieCTeEPUHA U
TPUITIULEPHUJOB B IN30COMAX renaTouUTOB. XapaKTepHas YepTa — HaJln4ue B 3HAaYUTe/TbHOU
cTeneHH runepTpodrUpoBaHHbIX K1eToK Kymndepa u mopranbHbIX MaKpodaroB ¢ MEHUCTOM,
OKpalllMBaeMOU B KOpUYHeBaTbIN 1BeT, pe3ko LI K-nonoxnrebHOM HUTOIIa3MOM.
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(TAKB Ne5, r. [loHeuK)

PebeHoK E. (Mmy»xcKoro nona) 12 ner
AuarHos:

® OcHoBHOMU: OvyaroBasa ABYCTOPOHHAA BHEOONbHUYHASA
NMHEBMOHMA, OCTPOE TEYEHME, CPEAHEN TAKECTH,

[H-I.

* ConyrcrBytowmumn: bonesHb BosibmaHa.

Onddy3HbIN TOKCMYECcKni 306, | cT.
ncnnactmyeckana KapanonaTua: OTKPbITOe OBasbHOE

OKHO. XpOHMNYECKMM NMaHKpeaTuT.



AHamHe3

® PebeHoK oT |V bepemeHHOCTU, NpoTEKaBLUEN HA POHE
nnenoHedpuTa Ha cpoke 34-35 Hegens, |, HOpMmanbHbIX
CPOYHbIX poaos ¢ maccoun Tena 3430,0 r, AAMHON 53 cm,
OKPYXHOCTbIO rof1oBbl — 35 CM, OKPYKHOCTbIO rpyan — 34 cm.
OueHKa no wkKane Anrap 7/8 6annos. Poc 1 pa3susasncs
COOTBETCTBEHHO BO3pacTy. [lepeHeceHHble 3aboneBanHmaA: OPBU,
0bOCTPYKTUBHbIN DPOHXUT, BETPAHAA OCna.

* B Bo3pacrte 2 net 8 mecsaues poautenu snepsbie obpatnau
BHUMaHMeE Ha YBe/IMYeHUe }KUBOTa B 06beme. BbifaB/eHbI:
paclMpeHne BEHO3HOM CETU Ha }KMUBOTE, renaTtomeranus,
3aMa3Koobpa3HbIN CTYN XKenTo-ceporo useTa. JlabopatopHas
AMNArHOCTMKA: NOBbILLIEHWE YPOBHA WenovYHon docdaTtasbl,
NOJIOXKUTEIbHAA TUMO/10BaA Npoba, rmneprammarnodbyimHemms.

Y3U u MPT opraHoB XKKT: gnddysHaa renatomeranms.
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P AHamHes

“* Yepes Mecs11 MOSIBUINCh: YKE/ITYITHOCTh KOXKHBIX
MTOKPOBOB, BeHO3Has CETh Ha YXKUBOTE, CIIJIEHOMETaJHs.
Hapacrana crenens rematoMerananu 6€3 CHHAPOMA
[IUTO/IN3A: YPOBeHb OMIUPYOMHA, TPAaHCAMHHA3, 00IIEeTo
OejTKa COXpAHSJICS B TIpe/ie/laXx BO3PaCTHOU HOPMBI.

“* B manpHetiem y pebeHKa OTMEYaI0Ch MOCTETIEHHOE
yBe/IMYeHHe pa3MepOB MeYeHU U CeIe3eHKHU.

“* B Bo3pacre 7 ieT B 6MOXMHYECKOM aHa/IM3€e KPOBU
3apUKCUPOBAHO YBeTMYEeHHEe YPOBHS X0JIeCTEPUHA,
TPUTTULEPULOB, TDAHCAMMWHA3.



Bo3pacTe 7 jieT peOeHOK ObLI 00cienoBaH B LleHTpe

Op¢annbix 3a0oneBauniit HanmonanpHoii /leTckoit
CneuuannsupoBanHou boabanusr «OXMATAET ».

® AHamHes.

® Pe3ynbTaTbl KIMHMKO-N1abopaToOpHOro obcienoBaHUS
(noBblWEeHNe ypOoBHSA XonecTepuHa, TPUIULEPUAOB,

renaTocnaeHoOMerannsa, CHUKeHMe YPOBHA KUC/I0M innasbl B
KpoBMu).

® MonekynapHO-reHeTUYeCcKoro nccneaoBaHme KpoBu, KOTOpPoe
BblABMIO myTauuto reHa LIPA.

AuvarHos: HacneacrTBeHHoe 3abonesaHne obmeHa
BeLlecTB U3 rpynnbl 6onesHen 1M30COMHOTO
HaKkonaeHua apupoB xonectepuHa: gedmuunr
KUC/I0U InNasbl, ayTOCOMHO-PEeLEeCCUBHbIN TUN
HacnepgoBaHua (6onesHb BosibmaHa).
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e otaeneHun INAKbB Ne 5r. JdoHeuKa

®u3nKanbHble AaHHbIE:

® pebeHOK BANbIN, aNaTUYHbIN, BbiparkeHa cnabocTb;

® KOKHble MOKPOBbI pe3Ko baeaHble, NapaopbuTanbHble TEHU, TyObl Cyxue;
® HeobunbHOE CIN3NCTO-TeEMOpPPArnYeckoe oTaeNsieMOoe U3 HOCa;
o

pacwmMpeHmne NoAKOXKHOM BEHO3HOM CeTU Ha NnepeaHen bploLLHOW CTEHKE,
YBENIMYEHUNE }KMBOTA B 0O6beme, renato/IMeHaNbHbIA CUHAPOM: NEYEHb
BCTYMaeT n3-noj Kpaa pebepHon ayru Ha 8 cm, NnNoTHasA, bonesHeHHas, Kpau
POBHbIN, Cene3eHKa — Ha 2 CM, Kpanl MATKUIN, POBHbIN;

Bnoxmmunuecknii aHanM3 KPoBM:

® nosbllleHne obuiero bunmpybuHa: 22,5 mkmosnb/n 3a cueT npsamon dpakLmnm
21,0 MmKMmonb/n;

® CcuHApPOMaA UUTO/IN3a: 3HAYNTENbHO MOBbIWEHbl YPOBHU TpaHCammHa3 — AcAT —
210,0 E/n, AnAT — 190,0 E/n;

® nosbiweHne Tntpa AC/1-O — no 400 EL;

Y3U opraHoB }Xenyao4yHO-KULLIEeYHOro TPaKTa: 3XOMNPU3HAKN YNJIOTHEHUA TKaHU
NeyeHu, yBesIMYeHNA NeyeHn 3a c4eT IeBON Aonun (MapeHxnma ogHopoaHas,

NOBbILLEHHOW 3XOre€HHOCTHU), Hannume anddy3HbIX USMEHEHUN NOAXKENYA0UYHOMN
Xenesbl, yBe/IMYEHME CeNe3eHKM.



Oco0eHHOCTBIO AAdHHOTO KNITMHHUYECKOTIO CJIyYdas AB/IACTCSA
mo3gHee pa3dBuTUEC y IIalIUE€HTA CUHAPOMA HHUTOJ/IN3A.

Hwu3kas pacnpocTpaHeHHOCTh, HeCIeHuPUIHOCTH
KJIMHUKO-/IA00PaTOPHBIX MPU3HaKOB 0oe3Hu BonrbMaHa
OOBACHAIOT €€ HeJOCTAaTOYHYIO BISIB/IIEMOCTb.

bosne3np BorbMaHa HEOOXOZUMO UCKITIOYUTH Y IFOOOTO
peOeHKa MepBbIX MeCAIleB JKU3HH C TOCTOSAHHOMN PBOTOM
WJIN Aapeei, OTCTaBaHUEM B Pa3BUTHH,
rernarociuieHOMerajueil, CHHAPOMOM Ma/IbadCcoOpOIIHN.

JJaHHBIA KIMHUYECKUHX CJTy4al YKa3bIBaeT Ha
He0oO0XOANMOCTD ONpeAe/IeHUs MallieHTaM C

rernaTroCIiieHOMerajiueu CoAep)XaHusA KMC/IOU JINTa3bl /1151
CBOE€BpPEeMEeHHOM TUAarHOCTUKHU 00o1e3Hu BoibMaHa n
yrayoaeHHOTOo o0cnegoBanus nereu ¢ AJIKJI a
CBO€BPEeMEeHHOM KOPPEeKIIUHU BbIsIBIEH )};H )







