MEYEHOYHDIE
TE3SAYPU3MO3b
(6O/TE3HU HAKONJIEHUA)

Mpodeccop Kadenpbl rocnutanbHouU
Tepanuu MNCMN6 MYy

Buktop Uropesny Hemuos
Cneé 2021



BOJNIE3HU HAKONJIEHUA

« Te3aypwus(c)mo3sbl (nat. Thesaurus oT rpey.) — 3To rpynna
3abo0neBaHNIN, NPU KOTOPbIX BO3HMKAET HapylleHne obmeHa
BELLLECTB C MAaTO/IOTMYECKMM HAaKOMJIEHNEM B KJ/IETKAX Pa3/INYHbIX
opraHoB (1 KpoBu) meTabonnTOB, a TaKXKe rmnepnaasnemn
31eMEeHTOB MaKpo@darasibHON CUCTEMbI B NeYeHU, Cene3eHke,
KOCTHOM MO3re, "IMMPaTUYECKUX Y31aX U APYTNX OpraHax,
4YTO OOBACHAET CUCTEMHbIN XapaKTep 3ab01eBaHNM

« TepmuH «Te3aypu3(c) mo3» Nnpeanoxuni HemeuKni
natonoaHatom E. Gierke (1887-1945)

« Hambonbliee 3HayeHMe B pa3BUTUM NATO/IOTUN NEYEHUN UMEIOT

Te3aypucmosbl C Hac/eACTBEHHO 00YCN0BNAEHHbIM AedeKTOM
JIN30COMHbIX GepMeHTOB

3axaposa W.H., FopsaitHoBa A.H., Maiikosa W.[. v ap. /iInsocomHble 601€3HMU HakonaeHna AMnuaos y geteid. CoBpemeHHble cnocobbl ANarHOCTUKU U iedeHus. MeauuuHckuii coseT 2016;1:128—135



BOJNIE3HU HAKONJIEHUA

« JInsocomHbie 60ne3HM HaKONIEeHUA

— bonesHb rowe

— bone3Hb HMMaAHa-NKUKa

— Mykononucaxapuao3ssl (bonesHb lypnepa)
- HapyweHusa obmeHa yrnesoaos

— [nnKoreHo3bl

- Amunounaos



IN3OCOMHDIE BOJIESHU HAKONNEHUA

[pynna Te3aypnu3mo30B, KOTOPaAA BK/IIOYAET OKOJ10

40 pegKunx HacneaCcTBEHHbIX meTabonnyeckmnx 3abonesanHun,
0byCcNOBNEHHbIX HAapyLWeHnem PyHKLUU NN30COM

B pe3y/ibTaTe HeJ0CTaTOYHOCTU Kakoro-nnbo pepmeHTa,
y4acTBYIOLLETO B MeTabonnsme nMnnuaos, MUKONpPoOTENHOB,
MYKOMNoMcaxapmnaos



IN3OCOMHDIE BOJIESHU HAKONNEHUA

« JIn3ocomHble 60n1e3HU HAKONEHMA OTHOCATCA K OpPaHHbIM
3a601€eBaHNAM U NX YacTOTa OTAeNbHbIX GOPM Bapbupyer
o1 1:40 000 go 1:1 000 000, a cymmapHasa 4acToTa
coctaBnsaetT 1:5000-1:8000 *knBbIX HOBOPOXKAEHHbIX

« B 6bonblimHcTBe cBOEM 60O/1€3HN HAKONNEHMA
XapaKTepPU3yTCA ayTOCOMHO-PELLECCUBHBIM TUMOM
Hacneao0BaHUA N C OAMHAKOBOW YAaCTOTOM PErNMCTPUPYIOTCA
Y *KEHLLUUH N MYKYMH

« BmecTte c Tem BCcTpeyatoTca popmbl € X-CLENIEHHbIM
peLeccMBHbIM Hacnea0BaHNEM, CBOUCTBEHHbIE NNLAM
MYMCKOl0 Nno.na

Muxaiinosa C.B., 3axapoBa E.10., MeTpyxuH A.C. HelipomeTabonnueckune 3abonesaHna y getelt U NOAPOCTKOB: ANArHOCTUKA U NOAXOAb! K iedeHuto. M., lutreppa, 2012
CksopuoB B.B., Fopbay A.H. NMopaxxeHue neyeHn npu 6onesHax HakonneHusn. dbodekTusHan papmakotepanua 2020;16(24):64—67



BOJIE3Hb IN'OLUE

(E75.2 OApyrue cdbmnHronmnmuaosbi)



BOJZIE3Hb N'OLLE

« bonesHb lowe (cpmHronnnnaos, MIOKO3IUALEPAMUNOHbIN
IMNNO03) OTHOCUTCA K Fpynmne JIM30COMabHbIX
bonesHen HakonIeHmna — HacneaCcTBEHHbIX MATONOTUN,
NpPU KOTOPbIX U3MEHEHbI PYHKLUU KNETOYHbIX OpraHenn
IN30COM

« YacTtoTa 3abonesaHuna coctasnsaet ot 1:40.000
no 1:70.000



BOJZIE3Hb N'OLLE

« PacnpocTtpaHeHHOCTb 3HAaYNUTENbHO BblllE
B coobulecTtBax, rae 4yactbl bpaku mexay 6amM3knmm
POACTBEHHMKAMU, HaNpUmep, y eBpeeB ALLKEHA3U
(rpynna ueHTpanbHOEBOMENCKMX EBPEEB, KOTOPbIE
cymnTanum cebs notomkamm AcKeHasa, BHyKa Madera,
a «ALLIKEHA3» — CeMUTCKOe Ha3BaHMe CpeaHEBEKOBOM
[epMaHUKN) — YacTOTa HOCUTENbCTBA MYTALLMOHHOTO
reHa y Hux 1:400-450



BOJZIE3Hb N'OLLE

« ITOT IMNNA03 ABNAETCA Hanbonee YacTton Gopmon
HacneacTBeHHbIX depMeHTONaTUM

 MpuynHa — pedekT reHa GBA, KOTOpbIN KOAMpPYET
dbepmeHT In3ocom beTa-rnoKko3ngasy
(rntoKouepebpo3ngasy), KoTopas pacwenaaeT IMnnabl

« HacneposaHue bonesHu dYyTOCOMHO-peuecCCnBHoe



BOJZIE3Hb N'OLLE

« Echn oba poantens — HOCUTENUN MyTaLUW,
BEPOATHOCTb poXKAeHUs 6obHOro pebeHKa
cocTasngaeT 25%

« Puck nepepayum ogHoro nedeKTHOro reHa — pUCK
HocuTenbceTBa 6e3 pas3sBuTuA 6onesHun paseH 50%

 [Mpn HaNMYMM B reHOTUNE ABYX MYTAHTHbIX af/ieNnen
bYHKUMA ritoKkouepebpo3ngasbl CHUKaetca Ha 15-30%
OT HOPMa/IbHOTO YPOBHA



BOJZIE3Hb N'OLLE

e CHU}KEeHMe KaTaNNTUYECKOMN aKTUBHOCTU
b6eTa-rntoKo3naa3bl HapyLlaeT paclenneHus
[MUKOCPUHTONMNNAO0B (CNOKHbIX COEAUHEHUMN
ANNNO0B U YINEBOAOB) A0 [MHOKO3bl U LEepammaa

« AHOMaNbHO NPOrpeccmMBHOe HakoneHue
MAKPOMOEKY/T INTMKOCHUHIONANNNUAOB NPOUCXOAUT
B K/IETKaX C NOBbILLEHHOW CKOPOCTbIO X OOHOBIEHUSA
— B MaKpodarax

- HernaponmnsoBaHHble NMNNAbI KOHLEHTPUPYIOTCA
B IM30COMaAX U 06pa3ytoT 0cobblie KNEeTKM HaKoN1eHuns
— Knetku lowe



BOJZIE3Hb N'OLLE

B pe3ynbTaTe HaKonaeHUa AMNMAoB BO3SHUKAKOT
n apyrue BMoxmmmnyeckme paccTpomncTaa

N3-3a naTonornm xmposoro obmeHa pa3BmBaeTca CUMHAPOM
aKTUBaLUMKN MaKpodaros

CTMMYyAMpPYeTCS MOHOLMTOMNO33, YBE/INYMBAETCA COAepPKaHUe
MaKpodaroB B Ne4YeHu, cene3eHke, KOCTHOM MO3re

3TO CTAaHOBUTCA NPUYMHOM CNAEHOMEra/IKN, renaTtoMmeraamm,
MHPUNBTPALMM KOCTHOTO MO3ra

PaccTtponcTBO pery1aTopHon PyHKLUMM MaKpodaroB ABNAETCA
NPoBOUUPYIOWNUM PAKTOPOM LUTOMNEHNN, NOPAXKEHUA KOCTEU
M CYCTaBOB



MATOINEHE3 BOJIE3HU IOLLE

« BpoxaeHHaA HeJoCTao4YHOCTb beTa-rnoKo3naassbl seaer
K HaKOMJIEHUIO IoKouepebpo3naa npexae scero
B /IN30COMaXx TKaHeBbIX MaKpodaros
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BOJZIE3Hb N'OLLE

[Mo Bo3pacTy AebtoTa n 0COOEHHOCTAM KJMHNYECKOU
KapTUHbI BblAENAOT TPU TUNa 6onesHu

Tun | (A) — aBnsaeTca Hanbonee 4acTbiM KAMHUYECKUM
BapuaHTOM 6one3Hu [olwe 1 BCTpevaeTca KaKk y AeTew,
TaK U Yy B3POCbIX

Tun |l (B) — ocHOBHble CMMNTOMbI NOSABNAIOTCA
B NepBble 6 mecALEeB *XU3HU

Tun lll (C) — ocHOBHble CMMNTOMbI BO3HUKAIOT
no3aHee, KaK NpaBunao, B Bo3pacTte 6-15 ner



BOJZIE3Hb N'OLLE

« Tun Il n Tun Il oTHOCATCA K HEMPOHONATUYECKUM
TMnax 6onesHun lowe y aeten

- Mpu Tne | nopaxeHua LHC Kak npasuno He bbiBaeT



BOJZIE3Hb N'OLLE

« TUN | meeT XPOHNYECKUUN XapaKTep TeYEeHUA N NepBble
cumnTombl Yaule npoasnatoTca K 30-40 ropam, pexe
bonesHb MaHUpeCTUPYET B AETCKOM BO3pacTe

« OB6bIYHO yBE/IMYEHME PA3MEPOB NEYEHU N CENTIE3EHKMU
HAaYMHAETCA Cpa3y NOCae POXKAEHUA N NOCTEMNEHHO

nporpeccupyeT, HO KAIMHUYECKM NpoABaAeTCH
3HaYUTENIbHO NO3XKeE



BOJZIE3Hb N'OLLE

- B utore ceneseHka moxeTt b6bITb YBesinyeHa B 5-80 (!)
Pa3 NO CPaBHEHWUIO C HOPMOW

. [lo mepe nporpeccnmpoBaHmnA CnaeHOMeraanm
B Ce/le3eHKe MOryT pa3BMBaTbCA MHPAPKTbI, KOTOPbIE,
KaK NnpaBun/io, HEe UMEIOT KIMHUYECKUX NPOABAEHUN



BOJZIE3Hb N'OLLE

« Pasamepbl neyeHmn obbIYHO YBEIMYNBAIOTCA MEHbLLE,
yem ceneseHKkn — B 2-4 pasa

« OYHKUMA NeYeHun, Kak nNpaBuNo, He cTpaaaeT, 04HaKo
vy 30-50% 60nbHbIX OTMeYaeTca HeboblLoe
NOBbILLEHUE AaKTUBHOCTU CbIBOPOTOYHbIX
aMUHOTpaHcdepas, 0b6bIYHO He bonee yem B 2 pa3a,
n3peaKa — B /-8 pas

[asblakunH U1, XaipetamnHos P.K., Kpusosa C.M., JaHunosa O.E. BonesHb Mowe: KAMHUYEeCcKan KapTUHa, AMarHocTuKa, nedyerue. dpdektusHaa dapmakotepanua 2014;47



BOJZIE3Hb N'OLLE

- Hanbonee paHHUM U XapaKTEPHbIM NPOAB/IEHUEM
6one3Hn (MOMMMO MaNo KANHMYECKU NPOABAAOLLUXCA
CNJIEHO- U FrenaTomMeranaunn) asnaeTca TpomboumnToneHus
CO CNOHTAHHbIM remopparM4eckMm CMHAPOMOM B BUAE
NOAKOXHbIX FEMAaTOM, KPOBOTOUYMBOCTU C/IN3UCTbIX
0060/104€K N ANIUTENIbHBIMU KPOBOTEYEHUAMM MOCAE
MaJbIX ONepPaTUBHbIX BMeLaTeNnbCTB

- B nanbHenwem pa3BnBaOTCA aHEMUA U NENKOMEHUS
C OTHOCUTE/IbHbIM IMMPOLIUTO30M N aBCONOTHOM
HEeUTponeHneun, ogHaKo 0ObI4YHO NOBbLILLEHMNA YACTOTbI
MHPEKLUMNOHHbIX 3a60n1eBaHUM Y OONbHbIX He ObiBaeT



BOJZIE3Hb N'OLLE

« TUNNMYHO NOpaXKeHne KOCTEN, KOTOPOe BapbUpyeT
OT 6eccMMNTOMHOMN OCTEONEHNN U KONHBOoobpa3HOM
nepopmaumm AUCTANIbHbIX OTAEN0B 6eApEeHHbIX KOCTEN
(Tak Ha3biBaemble «KO1Obl dpneHmenepa)
10 TAMKE/IOro OCTEONOPO3a U ULLEMUYECKNX

(aBacKynApHbIX) HEKPO30B C Pa3BUTUEM BTOPUYHDIX
ocTeoapTponaTmumn

« [MoparkeHmne KOCTHO-CYCTaBHOM CUCTEMbI MOXKET
NPOABAATLCA OCTPbIMU NN XPOHUYECKMMU Bonamu,
NaTO/IOTMYECKUMM MEPETIOMAMU C PA3BUTUEM
HeobpaTMbIX AedeKTOB, TPeOYIOLLUX
3HA0NPOTE3UPOBAHMNA CYCTaBOB



«KONBA 3PIEHMEMEPA» (EEAPEHHAA KOCTb)




BOJZIE3Hb N'OLLE

- [lna geten n monoabix B3POCAbIX XapaKTEPHO pa3BUTHE,
TaK Ha3blBaeMbIX, KOCTHbIX KPM30B — 3MU3040B CUJIbHENLLNX
OCCaNrnin, CONPoOBOXKAAOLLNXCA TMXOPA[KON U MECTHbIMMU
OCTPOBOCMNANUTENIbHbIMU CUMMTOMaMM (OTEK, MOKPACHEHME),
CUMYJINPYIOLWLMMM KapPTUHY OCTEOMMUENTNTA

« PaKTOPOM PUCKA Pa3BUTUA KOCTHbIX KPU30B U TAMKENOro NopaxKeHus
KOCTHO-CYCTaBHOM CUCTEMbI ABAAETCA CMEHIKTOMMUSA,
npeapacnonararoLlaa K pa3sBuUTUIO TMNEepPKoaryaUuMoHHOro
CMHAPOMA N ULLEMUYECKOMY NOPAXKEHUIO KOCTEN (OCTEOHEKPO3bI),
YTO NIEXKUT B OCHOBE KOCTHbIX KPM30B

« CumnTaeTcs, YTO NOpParKEHME KOCTHO-CYCTAaBHOM CUCTEMBbI,
KaK NpaBunIo, ABNAETCA OCHOBHOM KANMHUYECKOM nNpobaiemomn
npu 6onesnun lowe | TMNA M onpeaenaeT TAXKECTb TEYEHUS
3ab0n1eBaHMUA N KAaYecTBO }KM3HU MaLMEHTOB

Wenstrup RJ, Roca-Espiau M, Weinreb NJ, et al. Skeletal aspects of Gaucher disease: a review. Br J Radiol 2002; 75(Suppl.1):A2—A12 . /lykuHa E.A. BonesHb Mowe. M., iuteppa 2011, 54 ctp.



BOJZIE3Hb N'OLLE

« [MoparkeHune nerkmnx sctpevaetca 'y 1-2% 60bHbIX,
NpemmyLlecTBeHHO, Yy NnepeHecwmnX CNAEeHIKTOMMIO,
N NPOABNAETCA MHTEPCTULMANBHbIM NOPaXKeHune
MU NOPaXKeHne NerovyHbIX CoCya0B C pa3BUTUEM
CMMMTOMOB J1IEFOYHOU rMNepTeH3nmn

.Y B3POC/1bIX NOABNAETCA rTMNepnMrMmeHdTauma Ha 1nLe
U HOMAX — KOXd TEMHEET, npmo6peTaeT OTTEHOK
OT XKeNNITOBATOro Ao XeatTo-Kopn4yHeBoro

« Bo3MOXHO noaBieHne NN0CKUX KpacHbIX NATEH
C TMNMUYHOM NOKaM3aLMen BOKPYr rnas



BOJZIE3Hb N'OLLE

« CNeKTp KANMHUNYECKMX NPOABIEHNN OHYEHb LUMPOKUMN:
C O4HOMN CTOPOHbI — «6ECCMMNTOMHbIE» NALUMNEHTbI
(10-25%), c apyron cTopoHbl — HONbHbIE C TAMKE/IbIM
TeyeHmnem 3aboneBaHumA (BblparkeHHas renarto-
N CNJIEHOMEranusa, TAXeénaa aHemms
M TPOMBOLUUTONEHMA C FTeMOoPpParmnyecKkMm CUMHAPOMOM,
Bblpa*XeHHOe UCTOLLLEHME, AEeCTPYKLUA KOCTEW,
BO3MOHbl MHDAPKTbI CENIE3EHKN)



BOJZIE3Hb N'OLLE

« Mexay asTUMKU NONAPHLIMU KAMHUYECKUMU FPYNNamm
HaxoaATcA 6oNbHbIE C YMEPEHHOW renaTo-
M CNAEHOMErainem n NoYTU HOpPMaabHbIM COCTABOM
KpOBMU

- Y neten — otctaBaHue B U3NYECKOM U NONOBOM
PA3BUTUU; MHOTAQ BO3HUKAET rmMnepnurmeHTaums
KOXXHbIX MOKPOBOB B 00/1aCTU KONEHHbIX N IOKTEBbIX
CYyCTaBOB



BOJZIE3Hb N'OLLE

« Tun Il (ocTPbIM NHPAHTUNBHBIN MAN OCTPbLIN
HEMPOMNATUYECKMNIN) BCTPEYAETCA OYEHDb peiKko,
PA3BUBAETCA B MPOMEKYTKE OT POXKAEHUA
N0 NONYTOPa NET, Yalle BCero CMMNTOMbl AeboTUpYyoT
B NepBble TPU MecAaLa XU3HU U 0ObIYHO
XapaKTepmnlyeTtca ObICTPbIM TEYHEHUEM N MJIOXUM
OTBETOM Ha Ne4eHne — NOABNSAETCA MbllleyHasn
rTMNOTOHUA, 3aePXHKKa U perpecc NCUXoMOTOPHOTrO
PA3BUTUA



BOJZIE3Hb N'OLLE

Ha nepBbln NaaH BbIXOAAT HEBPONOTMYECKME
paccTpouncTea, 06ycnoBieHHblIe CKONAEHUEM KNEeTOK
[owe B UHC

[etn cnabo Kpuyart, BANO COCYT, HAPYLWEH MOTaTeNbHbIN
pedneKkc, HepeaKko oTmeYyatoTca cooun LMKNa AblIXaHMA

Ha HayanbHOM cTaauun 3a60neBaHMA MblLLEYHbIN TOHYC
CHUXeH, Yepe3 9-12 mecaues nocne aebroTa BO3HUKAET
r’MNEepTOHYC, 0COBEHHO B MbllLAX LLEN M KOHEYHOCTAX.
Pa3BunBaeTcA KoOcornasme, CnacTU4ecKkni napanmy

[le4yeHb N ceneseHkKa yBeJ/InyeHbobl



BOJZIE3Hb N'OLLE

« XapaKTepHbl bynbbapHbie HapyLLIEHMA C YaCTbIMMU
acnupaumamu, npusogaLime K cmeptn 60a1bHOro
OT anHO3, aCNUPaALUNOHHOWN NHEBMOHUU NN ANCPYHKLUN
NbIXaTe/IbHOTO LEeHTPa

« Ha no3aHuMx ctagmax pa3BMBatOTC TOHUKO-KNOHUYECKNE
CYIOPOKHbIE MPUCTYNbI, PE3UCTEHTHbIE
K NPOTUBOCYAOPOKHOWN Tepanmu

- 3aboneBaHne NPUBOAUT K NETANIbHOMY UCXOAY
Ha NepPBOM-BTOPOM roAly *XU3HU pebeHKa



BOJZIE3Hb N'OLLE

« Tun Il (toBEHUABHbBIN UM NOAOCTPbLIN HEMPONATUYECKNI
TUM) — NEeYeHb N cene3éHKa yseanunsaroTca B 2-3 roaa,
a HeBpoaoru4yeckme CMMNTOMbI BO3HUKALOT No3aHee,
KaK npaBuno, B Bo3pacTe 6-15 nert

« XapaKTepHbI CUMNTOM — Mapes MblllL, KOTOpble
MHHEPBUPYIOTCA rNa3oaBUraTebHbIM HEPBOM

« MoryT HabntoaaTbCs MUOKNOHUYECKUNE
N reHepasiM30BaHHble TOHUKO-KNOHUYECKNE CYA0POTH,
BO3HUMKAET 3KCTpanMpammaHan pUrMaHoCTb, TPU3M,
NnLEeBble rpMmachl, aucdarma, NapuUHrocnasm, MOryT
ObITb MO3}KEYKOBbIe HAPYLLUEHWA, PAaCCTPOMCTBA PeUm
M NUCbMa



BOJZIE3Hb N'OLLE

- CTeneHb MHTENNEKTYaNbHbIX HApPYLIEHWIM BapbupyeT
OT HEe3HaYUTENbHbIX USMEHEHUN NTNYHOCTU A0 TAXKE/IOMN
nemeHUnn, TUNUYHblI U3SMEHEHUA NOBEAEHUA, MOTYT
6bITb 3NM304bl NCMXO33

« B bonbwnHCTBE C/1iy4yaeB TeyeHne 3aboneBaHnsa —
MeJIEHHO NPOrPecCcUpPYoLLLEE N NETAJIbHbIN NCXoA
HACTynaeT BCNeACTBUE TAXKENOro NOPaArKEHUSA NErkKnx
N NeYeHu

« [MPOOONHKNTENBHOCTD }KU3HN NALMEHTOB C 6ON1E3HbIO
[owe Il TNna moXxeT gocturatb 12-17 net, B eANHUYHBIX
cnyyaax — 30-40 net



BOJZIE3Hb N'OLLE

« VIMeHHO nNpu BTOPOM U TpeTbem Tunax bonesHu lowe
BO3HUKAIOT Hanbosee TAXKenble 0CNOKHEHUA

« [Topa*KeHne CNMHHOIo U F0JIOBHOIO MO3ra NPMBOAUT
K HapyLLUEHUIO AbIXaTeNbHOIO UMKNA, Pa3BMBAKOTCA
BHe3anHble OCTaHOBKW AbIXaHWNA, BO3pacTaeT PUCK
cra3ma ropTaHu U CMepTu OT yayLlbsa

« CHMXEeHHbIN ypoBeHb TpoMmbouMTOB crnocobeH cTaTb
NMPUYNHOMN OBLLUMPHBIX BHYTPEHHUX KPOBOTEYEHMUM



BONNIE3Hb NIOWE — ANATHOCTUKA

« JH3MMOAMNATHOCTUKA — onpeaeneHmne akTUBHOCTH
rnroKouepebpo3naasbl B 1EMKOLUUTAX KPOBM
N B KyNbTUBUPYEMbIX PnbpobnacTtax, NnosyYeHHbIX
M3 bmonTaTta KoXXm — Anda 6onesHu lowe XxapaKTepHo
CHUXEHUN aKTUBHOCTU pepmeHTa HUXKe 30%
OT HOPMA/IbHOrO 3HA4YeHMA, NPU 3TOM CTEMNEHb
CHUXEHUA aKTUBHOCTU pepMeHTa He Koppennpyer
C TAXKECTbIO KNIMHUYECKNX NPOABAEHUN



BONNIE3Hb NIOWE — ANATHOCTUKA

Y31 opraHoB 6pOLLIHON NONOCTU — MOMMUMO
YBEJ/IMYEHHDbIX NeYEHU U ce/Ie3EHKU MOTYT BbIAIBNATHCS
OYyaroBsble NMOPaAXKEHUS NEeYEHU, KOTOPbIe, BO3MOKHO,
ABNAIOTCA cneacTBuem nwemmm n pnbposa

Mpu Heobxoammoctn — MPT nnum KT neyenu
N ceneseHKku c onpeaeneHnem oo bemoB OpraHosB

PeHTreHorpaduma n/mnm MPT beapeHHbIX KOocTel
(c 3axBaTOM KOJIEHHbIX U Ta3obeapeHHbIX CYyCTaBOB)

[leHcnTomeTpuma KoCTen cKkeneTta



BONNIE3Hb NIOWE — ANATHOCTUKA

Y 60nbWwMHCTBA 6ONbHbIX ONpeaenaeTcs
TpombouUnuToneHmA, NeNKONEHUA, aHeMUsA, KoTopasn
y AeTen 0bblYHO UMeeT NPUYNHON AedUUUT Kenesa,
a 3aTeM pPa3BUBAETCA CUHAPOM rmnepcnieHmn3ma

« MOXHO MCNO0ab30BaTb AONONHUTENbHbIN
BNOXMMUYECKMN MapKep — onpeaeneHmne akTUBHOCTU
XUTOTPMO3unaasbl (XT); aToT bepmeHT cMHTE3NpyeTCa
aKTUBUPOBAHHbIMU MaKpodaramm n TUNUYHO
NoBblEeHNe ero akTMBHocTK B 6-10 pa3 (XT
nosbillaeTca npn mHorux JIbH, Ho Hanbonee 3Ha4YMMmO
npwn 6onesnun lowe)



BONNIE3Hb NIOWE — ANATHOCTUKA

« Bo3moXXeH MONeKyAApHbIN aHaNn3 MyTauMm reHa
rtoKkouepebpo3ngassl

- Ho cneayet numetsb B Bnay, Yto AAHK-amnarHoctumka
ABNseTcA HeobA3aTeNbHOM Npoueaypou
n noaTBepXaeHme mytaumm B reHe GBA bbiBaet
HeobxoaAMmo NP HEOAHO3HAYHOCTU BUOXMMUNYECKNX
nccneaoBaHUM, a TaKKe NPU NpeHaTaNbHOM
M npemMmnaaHTaumoHHom obcnenoBaHum



BONNIE3Hb NIOWE — ANATHOCTUKA

« Y B3pOC/bIX NAaUNEHTOB MOPPONOrMYECKMN aHaAIN3 KOCTHOTO
Mo3ra (cTepHanbHaa NyHKUMA U/ Uam TpenaHobmoncusa KOCTHOro
MO3ra) obs3aTteneH AN UCKAYEHUA APYron NPUYUHbLI renarto-
N CNAeHOMEeraanm

« Y nertein uccnefoBaHme KOCTHONO Mo3ra NpPoBOAUTCA TONbKO
No cneuuanbHbIM NOKa3aHUAM.

- ITO UccnegoBaHMe NO3BOAAET BbIABUTb XapPaKTEpPHbIE
AMNArHOCTMYECKME NPU3HAKM — MHOTOYMC/IEHHbIE KNeTKu lowe
(CheayeT NOMHUTb, YTO M3peaKa eANHUYHbIE KNETKM
C aHanornm4Hom mopdonornen (ncesgo-lowie KNETKM)
BCTPEYaroTCA NpU APYyrmx 3aboneBaHmAX, CONPOBOXKAAIOLWMNXCA
NOBbIWEHHOW AECTPYKLUUEN PA3INYHBIX KNETOK (XpOHUYECKNI
MMenonemnKkos n anmeonponndepaTnBHble 3aboneBaHmsa) —
NpPU 3TOM NPOUCXOAMNT neperpyska makpodaraibHON CUCTEMDI
NPOAYKTaMM Aerpagaumnm KNeToK 1eMKEMUYECKOro KN0HA



KJIETKU TOLWLWE B KOCTHOM MO3SI'E




BOJIE3Hb N'OLUE




BOJIE3Hb N'OLUE




BOJNIE3Hb NOLWUE — IEMEHUE

« OCHOBHbIM METOA0OM Ne4YEHUA ABNAETCA NOKN3HEHHAA
dbepmeHTHas 3amectutenbHada tepanua (P3T)
C NPUMEHEHNEM PEKOMOUNHAHTHOM
roKouepebpo3ngasbl, YTO NPUBOAUT K KYNMPOBAHUIO
CMMNTOMOB

« 3T uenecoobpasHa Npu TPETbEM M MEPBOM TUNE
3aboneBaHusA; npenapaTbl BBOAATCA BHYTPUBEHHO
M MO3TOMY YacTble MHPY3UM MOTYT CTaTb MPUYNHOM
dnebutos



BOJNIE3Hb NOLWUE — IEMEHUE

 [MTOKa3aHMA K Hayany 3amecTnuTeNbHOU pepMeHTHOM

Tepanuu:
— JleTcKkmnmn Bo3pacT

— UutoneHuns

— KnnHnyeckue n pagmnonornyeckme npmsHakm noparkeHus
KocTeu (3a UCKIIOYEeHNEeM JIerKOM OCTEONEHUM
n KonboobpasHon gedbopmaumm ANCTanbHbIX OTAENOB
benpeHHbIX KOCTEN - «KKONObI apneHmenepa»)

— 3Ha4yuUTeNbHaA CNAEHO- U renaTomeraaus

— 3HauyuTenbHaA renaTomerasama y CnAeH3KTOMUPOBAHHbIX
naumMeHTosB

— CMMNTOMBI MOPAXKEHMA NETKNX U APYTNX OPraHOB



BOJNIE3Hb NOLWUE — IEMEHUE

« MoryT Tak»Ke npumeHATbCA cneumnduyeckmne
MHIMOBUTOPbLI INOKO3UALEPAMUACUHTA3bI —
MNPU UX UCNONb30BAHUN NPOUCXOAUT CHUMKEHMNE CKOPOCTU
npon3BoACTBa cybcTpaTa MUKOCPUHIONNNNA0B
N yCKOpeHMe KaTabonmama HaKkanamBatoLWMXCA
MaKPOMONEKY

« 3TOT MeTo/, NOoKa3aH Npu 3aboneBaHnn 1 Tmna ¢ NerkMmm
N YMeEpPEHHO BblparKeHHbIMN CUMNTOMAMU CUMNTOMaMM



BOJNIE3Hb NOLWUE — IEMEHUE

« NmetoTca gaHHble 06 3dPEKTUBHOCTM MUTNYCTATA
(bonee nogpobHO 06 3TOM NpenapaTte — No3xe)

« CMMnNTOMaTM4YecKan Tepanusa: NPmM ocTeonopose
Ha3HaYyaeTcA NPMeM KanbLuncogeprKawmx npenapaTtos,
BUTamuHa D n cobatoaeHmne ametbl, oboraweHHOM
KaZibUMEeM; CUMNTOMbI HEBPONOTMYECKUX HAPYLLEHUN —
NPOTMBO3NUIENTUYECKME NPENApaTbl, HOOTPOMbI,
MMOpPENaKCaHTbI



MPOITHO3

BharonpuaTHbIN ncxoa Hanbonee BepoATEH Y NAUMEHTOB € 1 TMNOM
3aboneBaHnAa — npumeHeHue P3T no3BoNAET HOPMA/IM30BATL
dYHKUMOHANbHOCTb IMoKoLepebpo3naasbl, npeaynpeauTtb pa3smutue
OCJ/IO}KHEHUN N n3bexaTb MHBANIMAU3ALUN

Mpu 3 TMNe 6on1e3HN NPOrHO3 3aBUCUT OT XapaKTepa TeyeHua bonesHu,
NHAMBUAYANIbHOM peaKkumMm opraHn3ma Ha fie4ebHble meponpuaTua

2 TUN UMEET KpanHe TSaXKeble NPOoAB/IEHNA U 3aBepLuaeTcs rmbenbto
60/bHOTO

MpodurnakTuka NpoBOAUTCA BO BPEMS NNAaHMPOBAHNA BepeMeHHOCTH

N Ha ee Haya/IbHbIX CPOKAaX — MeANKO-TeEHETUYECKOE KOHCY/IbTUPOBAHUE
pekomeHAayeTca CEMbSM, MMEIOLLIMM BNIU3KNX POACTBEHHUKOB C A@HHOWM
naTonoruemn

[Mpn BbICOKOM pUCKe nepeaadyn mytaumm byayuiemy pebeHKy B nepBom
TPUMECTPE BbIMONHAETCA UCC/Iea0BaHMNe YPOBHA GpepMeHTa

B aMHMOTUYECKOM *KUAKOCTU U peLlaeTcss BONPOC O NpepbiBaHUK
bepemeHHOCTH

BbonesHb MNowe. KnuHnyeckne pekomeHgaumm. — 2016



EO/IE3Hb HUMAHA-TIUKA
(H-N)

(E75.2 OApyrue cdbmnHronmnmuaosbi)



BOJIE3Hb H-I

« dochaTnaHbIM NMNONA03, UNN PETUKYNOTUCTUOLMNTAPHDLIN
CPUHroMmmneno3 — XapaKTepusyetca HAKOMNJIEHNEM
B KNE€TKax CPUHIroMmnenmHa

- 3aboneBaHue 6b110 onmncaHo A. Niemann B 1914 roay,

a B 1929 roay L. Pick anddepeHumposan ero ot 60s1e3Hu
[owe



BOJIE3Hb H-I

[10 HepaBHEro BpemMeHu NCNo/ib30Banachb
Knaccudukauma 6onesHun H-MN 1961 roaa:

TMN A — Knaccmnyeckaa nHbaHTUAbHaA popma
TMn B — (npenmyLLecTBeHHO) BucUepaabHaa ¢opma
TMn C — He ocTpaa noapocTkoBasa ¢popma

T™Mn D — HOBOLWOTNAHACKAA dopMa



BOJIE3Hb H-I

- Tun A xapaKkTepusyeTca paHHUM TaXenbim nopaxkeHnem LUHC
N MaCCUBHbIM NOBpPEXAEHNEM TKAHEN B pe3yabTaTe
NATO/IOrTMYECKOro KNeToYHOro HakonaeHna COUHrOMMNENNHA,
NOCKO/IbKY UMeeT MeCTO NPaKTU4YeCKU NoaHasA
HEeAO0CTAaTOYHOCTb KUCNOU COUHTOMUENNHAS I

- Tnn B, HaNPOTUB, NopakaeT NPenmyLleCcTBeHHO
NapeHXMMaTo3Hble OpraHbl U NPU 3TOM TUNE MMEEeTCA INLLb
20%-e cHuXeHne PyHKUMOHANBbHON aKTUBHOCTH
CPUHrommenmnHasbl, NO3TOMY OTNOXKEHME NNNUAOB NPOUCXOANT
NPEMMYLLLECTBEHHO B KNETKax PETUKYN03HAOTEINAbHON
cucTembl (nevyeHb, cene3eHka)

« Hanbonee yacto tunbl A n B 60one3sHn HumaHHa-MNuKa
BCTpe4aloTcAa y eBpees ALLKeHasun



BOJIE3Hb H-I

« ObHapyKeHOo, YTO B OCHOBE AAHHbIX TUMOB HONEe3HU
NeXaT pa3nnyHble mytaumm B reHe SMPD1,
Kogupyrowero GepmeHT KUC/TYI0 COUHTOMUENNHASY,
Nno3Tomy 3T GOpPMbl Ha3biBatOT «b6one3Hb H-M1 |»,
nnun «bonesHb H-IN, cBA3aHHaa c reHom SMPD1»

« XapaKTepHa Bblpa*KeHHaA TAXKeCTb CUMNTOMOB,
NPUBOAALLNX K CMEPTU BONbHbIX B NEPBble MecAL,bl
nocne poxaeHua (18 mecaues npu Tune A, HECKOJIbKO
NlyyLle rnporHo3 npu tune B)



BOJIE3Hb H-I

« Nnatnna C xapakTepHa yMePEHHOCTb BUCLEpPanbHbIX
NPoOABAEHUWN, NOAOCTPOE NOPAKEHNEM HEPBHOWU CUCTEMDI
N OTHOCUTENbHO MeaJIeHHOE NPOorpeccmpoBaHme
B CpaBHeHUn c Tmnamm An B

« Tun D 6bin BbiaeneH us rpynnol C cneunanbHo
AN ONMCcaHuA nposBaeHnn 6onesHm B rpynne 60sbHbIX,
NPOXXUBAKOLWKMX Ha Tepputopmun Hosoun LLloThaHanK
B KaHaae n cxoaeH no KAMHUYECKMM NPOoABIEHUNAM
c TMnom C, N0O3TOMY Cenyac Takoe Bblae/IeHNne HUYem
He onpaBAaHo, 1 bose3Hb NOAyYMaa Ha3BaHUe «bonesHb

H- 11», nnmn «bonesnb H-I1, cBA3aHHAA ¢ MyTauUamu
B reHax NPC1 n NPC2»



TUMN C BOJIE3HU H-N

« bone3Hb HumaHHa-MNuka, TMna C (HM-C) — peaKoe
HacneaCcTBEHHOE MY/NIbTUCUCTEMHOE 3a00/1eBaHNE, UMEIOLLEE
BUCLEePa/ibHble, HEBPOJIOTMYECKME U NCUXMATPUYECKME
CMMMOTOMbI

« Ob6bIYHO HAYa/I0 HEBPONOTNYECKMX MPOABNAEHNIN NPUXOANTCH
Ha AEeTCKMM BO3PaCT, XOTA BCe bosbluee KONMYECTBO C/Iy4aEeB
BbIABAAETCA M AMArHOCTUPYETCA B 3pE/IOM BO3pacTe, B CBA3MU
C NO3AHUM MPOAB/IEHMEM COOTBETCTBYIOLLMX CUMNTOMOB

- YactoTta 3aboneBaHua coctasnaet B cpegHem 0,66-0,83
Ha 100000 *nBbIX HOBOPOXAEHHbIX

Vanier M.T. Niemann-Pick disease type C. Orphanet J Rare Dis. 2010;5:16



TUMN C BONIE3HU H-IT — NATOrEHES

« [MpnunHomn 3aboneBaHna asnaotca myTtaumm B reHax NPC1
(B8 95% cny4yaeB) unm NPC2 (okono 4% cny4aeB), yto BeaeT
K HApyLWweHU BHYTPUKNETOYHOro TpaHCNnopTa AMNnUAa0B
M HAKONNEHMIO XONecTepuHa U MUKOCHUHIoONMNUA0B
B FO/IOBHOM MO3re n Apyrmx TKaHAX

 [eHbl NPC1u NPC2 KoaupytoT 6enkmn KneTouyHowm
MembpaHbl, OTBeYarLWme 3a TPAHCNOPT XONeCTePMHA
N IMNNA0B BHYTPU KNETKU



TUMN C BOJIE3HU H-N

« BreHe NPC1 onucaHo 6onee 300 myTaumnim, oKono
60 pa3nnNYHbIX NONIMMOPPHbLIX BAPUAHTOB

« I3BECTHO HECKO/IbKO OTHOCUTE/IbHO PACNPOCTPAHEHHbIX
myTaumnm B reHe NPC1, koTtopble 10Kann3osBaHbl B 20-22
3K30Hax reHa (p.lle1061Thr, p.Ser954Leu
n p.Prol007Ala.), Ho B bonblinHCTBE cayyaeB TpebyeTca
NO/IHOE CEKBEHMPOBAHME KOAUPYIOLWNX SK30HOB reHOB
NPC1 u NPC2 ana BbiaBieHMA myTaLmm

« MHOOPMATUBHOCTb TAKOro TECTUPOBAHUA COCTABAAET
OKO0/10 94%



TUMN C BONIE3HU H-IT — NATOrEHES

« NPC1 oTHOCKTCA K CEMEUCTBY reHOB, KOANPYHOLLMX
MeMbpPaHHO-CBA3aHHbIE CTEPONYYBCTBUTE/IbHbIE DENKY,
n npu gedektax NPC1 yctaHOB/IEHO HapyLwleHune
BHYTPUKNETOYHOro TPaHCNopTa cBOOOAHOro XxonecTtepmHa,
NOrNOLWAEMOro Kl1eTKkamum ¢ pakumaMmM 1MNONPOTENHOB
HM3KOW NJIOTHOCTHU

« BHYTpM/AIM30COMHOE HaKoMN/IeHUe XxoNecTepmnHa
NHIMOUpPYET aKTUBHOCTb CPUHIOMUENNHA3bI U NPUBOAUT
K HAKOMNJIEHUIO COUHTOMUENIMHA B K/1IeTKaXx
NapeHXMMaATO3HbIX OPraHoB (MevyeHun, cene3eHKn, NoYKax)
N HEPBHOW cUCTEME

« Tn HacnegoBaHMA ayTOCOMHO-PELLeCCUBHbIN
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TUMN C BOJIE3HU H-N

- Knaccuounkauma HIM-C ocHoBaHa Ha Bo3pacTe
MaHudecTaumm 3abonesBaHmA 1 B HacTosALlee Bpems
NPUHATbLI cneayowme popmbl HIM-C:

[MepuHaTanbHaA (Ha4ano B Bo3pacTe <3 mecALeB)

PaHHAA mnageH4Yeckan (B Bo3pacTe oT 3 mecsues
no 2 ner)

[Mo3aHAA mnageHyecKas (B Bo3pacte 2 Ao 6 neT)
tOBeHUNbHAA (B Bo3pacTe 6-15 nerT)

MoapocTKoBasa/B3pocnan (B Bo3pacte ctapwe 15 ner)

Vanier M.T., Millat G. Niemann—Pick disease type C. Clin. Genet. 2003;64:269—81. Vanier M.T. Niemann-Pick disease type C. Orphanet J Rare Dis. 2010;5:16



TUMN C BOJIE3HU H-N

- Cpegun xapaKTepHbIX HeBpoaornmyeckux npoasneHnm HM-C
HabAtoaaTCA ra3oaBuraTebHble PacCTPONCTBa,
MO3eYKoBble HapyLleHusa (aTakema, amcmeTpus),
ANCTOHNA, An3apTpua, aucdarmsa n KatanjeKkcms
(BHE3anHan noTepa MblLLEYHOro TOHYCa)

 TaKKe y NauMeHTOB YacTo HaboAaTCA INUAENTUYECKME
CYA0POKHbIE MPUCTYNbI

KntowHukos C.A. bosnesHb HumaHHa-MuKa, Tun C -1M30COMHasA NaToN0rMs ¢ HapyLleHnem BHYTPUKNETOYHOro TpaHcnopTa Annnaos. HepsHble 6onesHn 2014:1:4-14
Geberhiwot T., Moro A., Dardis A. et al. Consensus clinical management guidelines for Niemann-Pick disease type C. Orphanet J Rare Dis. 2018;13:50.



TUMN C BOJIE3HU H-N

- Katannekcusa ABnsaeTcsa OTHOCUTENbHO CneumPrUUYHbIM N YaCTbIM
HeBponornyeckum npusHakom HIM-C, Habatogaembim, B LENOM,
bonee yem y NnONOBUHbI NALMEHTOB

« OHa Yalle oTMeYasAch B Cayyanax Havyana 3aboneBaHus B NO3gHEM
MNaJEeHYECKOM U FOHOLLECKOM BO3pacTe U NPoABAAETCA
BHE3aMHOW NoTepen MbIlLEYHOrO TOHYCA B HOFax Uau, MHOTAa,

B YENOCTU UAIN LEE U NPOBOLUMPYETCA IMOLUAMMN, HANPUMEP,
CMeXoMm (renactnyeckas Katanaekcms)

« JlaHHbIM NPU3HAK NIETKO NPONYCKaeTcs, U YaCTO OH OWMBOYHO
NHTEPNPETUpPYETCA KaK BTOPUYHbIE NaJEHMS U3-33 aTaKCUM
NN KaK aTOHUYEeCKMe aNnaenTUYecKne NnpmucTynb



TUMN C BOJIE3HU H-N

« HaunHaAa c no3aHero maaaeH4Yeckoro BO3pPadCTa N CTapLuie,
Y4YaCToO Ha6mo,£|,aeTcs:| OANH UTN HECKOJ/IbKO MO3XKEYKOBbIX
CMMNTOMOB

e K TUNUYHbIM HeBponormnyeckum npoasneHmnam HI1-C
OTHOCATCA HapyLUeHne NoxoaKkn, MO3XXeuyKoBaa aTaKkcuA,
ANCTOHUNA, ANCMETPUA, ANCANAAOXOKUHES, AN3aPTPMUA
n gncodarusa, renactuyecKkasa Katannekcums,
3NMAenTU4YecKmMe Npunagkm, HeMPOCEHCOPHANA TYroyxocCTb

« Mo3XKeyKoBaAa aTakcuna ABnAeTCcA YacTbiM npoABIEHNEM

B C/ly4asx MaHudecTaummn 3aboneBaHmnA BO B3POC/IOM
BO3pacTe



TUMN C BOJIE3HU H-N

|£|,I/ICTOHI/IH CBA3dHa C NopaxeHnem nonocatoro 1eJsia N 4acCto
HAa4YNHAETCA C (I)OKa]'IbHOﬁ ANCTOHUMWN, I'IOpaH(aI-OIJ.I,eﬁ KUCTU U TNUO,
NMOTOM BO3HUKAET NreHepaimsosaHHad AUCTOHUA — HapylweHune
NMNOXOA4KHN, NnatosiorMt4eckme no3bi

OCTPbI MUOK/IOHUYECKNIN TPEMOP MOXKET Pa3BUTbLCA B Npouecce
nporpeccnpoBaHua 3aboneBaHnAa Nan MHoraa BO3HUKaeT
Ha paHHUX ctaanax passutna HI-C

Oncdarna moxKeT NnoABUTLCA Ha PaHHUX CTaamnAxX 3aboneBaHuUn
NN Pa3BUTLCA NO3XKe — HAPYLIAETCA BO3MOXHOCTb
CaMOCTOATEeNbHOro NUTaHMA (Ha NO3AHUX CTagmAX 3aboneBaHmA)
1 NOBbILLIAETCA PUCK acnMpPaLLUM N NeroYHbIX MHPEKL NI

Oncdarna moxKeT Ha4MHATbCA C MPOCTOro NONEPXMBAHUA NN
Kawna npm npueme nuLuy, obbiyHO Npu ynoTpebaeHum KuaKkoctu



TUMN C BOJIE3HU H-N

« dnunenTUYECKMe NPUCTYNbI pexe HabatoaatoTca
y NAUMEHTOB C Hayasiom 3abo1eBaHUA B paHHEM
MN1aJeHYECKOM MM B3POC/IOM BO3PACTE, YEM B CAy4asnXx
C Havyasiom 3a60neBaHMA B NO3AHEM M/1aJEHYECKOM
1 IOHOLLECKOM BO3pacTe

Y nauuneHToB ¢ HIM-C moryt otme4aTbca Ntobbie TUNbI
ANUNENTUYECKUX NPUCTYNOB — napumanbHble/doKanbHble,
reHepasn3nMpoBaHHble, abcaHCbl, MMOKIOHUYECKUE,
TOHUKO-KNOHUYECKUe, NPpUYEeM NPUCTynbl MOryT
3HAYUTENIbHO OTINYATbCA NO MHTEHCUBHOCTU U YacToTe

Geberhiwot T., Moro A., Dardis A. et al. Consensus clinical management guidelines for Niemann-Pick disease type C. Orphanet J Rare Dis. 2018;13:50.



TUMN C BOJIE3HU H-N

« OKy1lOMOTOpPHbIE HapyLLeHUA ABNAKOTCA OT/INYNTE/IbHbIM
npu3sHakom HIM-C n Habntogatotca y 81% 60nbHbIX,
06bIYHO HAYMHAOTCA B CTapLUEM MJIaleHYECKOM BO3pacTe
C HApyLIEeHMA CaKKaandecknx asmxkeHmm rnas (CAI —
ObiCTpble CTPOro COrnacoBaHHble ABUKEHUA [Na3),

n 3T HapyweHua CAI moryT 6bITb NPONYLLEHbI
NpPU KINHNYECKOM OCMOTPeE, eC/In He OLeHUBaloTCA
CaMONPOU3BOJIbHblE ABUXKEHUA Na3HbIX A6/10K



TUMN C BOJIE3HU H-N

« 1aHHbIK CUMMNTOM BbIABASAETCA NPAKTUYECKU Y BCEX
nauneHTtos ¢ HI-C, n peanbHaAa pacnpoCcTpaHeHHOCTb
AaHHOro CMMNTOMA MO MHEHUIO cneunanncTos
HegoOLUeHMBaeTcA

. [NepBOHa4YaIbHO NOpParXKatoTCA BEPTUKA/IbHbIE ABUMKEHMUS
rnas, 3aTem NpmucoeanHATCS HapyLleHUs
rOPM30HTA/IbHbIX CaKKaz,



TUMN C BOJIE3HU H-N

« M3HaYyanbHO CTpPadatoT TOJIbKO CAMOMNPOM3BOJ/IbHbIE
CaKKagunyeckme ABMXKEHUA, a Mea1eHHble NAaBHble
cnepslme ABUMKEHUA rnas MOryT BbiTb HOPMaibHbIMU,

HO CO BpeMeHeM 3TU HapyLLUEeHMs NPOorpeccupytoTt

710 MO/THOrO BEPTMKA/IbHOIO HaAbAAEPHOro napaam4ya B3opa,
HAaYMHAACb C NPOrPECCUPYIOLLETO YMEHbLUIEHUA CKOPOCTH
CaKKaANYECKUX ABUKEHUN (XOTA Bpemsa 3a4epHKu
CaKKaANYeCKUX ABUNKEHUN OCTAaETCA HOPMaJIbHbIM), NPUBOAS
K NOJIHOMY Mapasnyy cakkagnyeckux ABUNKEHUN rnas

Vanier M.T. Niemann-Pick disease type C. Orphanet J Rare Dis. 2010;5:16



TUMN C BOJIE3HU H-N

- HenpoceHCcOpHasa TYroyxoCcTb BCTPEYaeTCca 4acTo,
B OT/IMYME OT Nepudpepunveckon HemponaTmnmn, KoTopas
NHOrAA MOXKET HabntogaTbca NPy MmaageH4Yeckmux Gopmax
HM-C

- OHa HMKOraAa He HabAatogaeTcs B cay4vasx Havyana
3ab60/1eBaHUA B IOHOLLECKOM MM B3POC/IOM BO3PaCTe

Vanier M.T. Niemann-Pick disease type C. Orphanet J Rare Dis. 2010;5:16 Geberhiwot T., Moro A., Dardis A. et al. Consensus clinical management guidelines for
Niemann-Pick disease type C. Orphanet J Rare Dis. 2018;13:50.



TUMN C BOJIE3HU H-N

« CHU}KEHNE KOTHUTUBHbIX PYHKLMN HabntoaaeTcs
npakTn4yecKkun y scex naumeHtos ¢ HIM-C c pebrotom
3aboneBaHMA B NOAPOCTKOBOM MUAN B3POCAOM BO3PACTE,
HauYMHaA c onpeaeneHHOro MOMeHTa Pa3BUTUA
3aboneBaHnA, HO peaKo pacrno3HaeTcA B AETCTBE
Ha paHHUX 3Tanax pPa3BuUTUa bonesHu

« Y naymnmeHToB € Hayasnom 3aboneBaHnA B NO34HEM
MJ1aZleH4€CKOM U IOHOLLECKOM BO3pacTe OTMeYanu
NAOXYHO LWWKONbHYIO YCNEeBAEMOCTb U 3aTPYAHEHUSA
npu obyyeHumn



TUMN C BOJIE3HU H-N

e ROrHUTUBHbIE HapyweHuAa npu HIN-C, B OCHOBHOM,
HaYMHaTCA C NTOOHO-NOAKOPKOBbLIX PACCTPOUCTB
N XapaKTEePU3UPYIOTCA CHUKEHNEM UCNOJHUTENBHOM
GYHKLUMM 1 CNOBECHOM NAaMATU, A TaKKe YMEHbLUEHNEM
CKOpOCTH 06paboTKM MHPopmaLmm

 [1pun nporpeccnposaHuu HIN-C, y naumeHTOB OTMeyaeTcA
bonee ABHOE yxyAlleHUe KOTHUTUBHbIX PYHKL NN,
BeAyLlee BO MHOMMX CAYyYaaX K BbiParKEHHOU AeMeH LM
C rpybbim AncperynaTopHbIM CUHAPOMOM U HAPYLUEHNEM
NamaTu

Patterson M.C., Mengel E., Vanier M.T. et al. Stable or improved neurological manifestations during miglustat therapy in patients from the international disease registry
for Niemann-Pick disease type C: an observational cohort study. Orphanet J Rare Dis. 2015;10:65 Patterson M.C., Mengel E., Wijburg F.A.et al. Disease and patient
characteristics in NP-C patients: findings from an international disease registry. Orphanet J Rare Dis. 2013;8:12 KntowHukos C.A. bonesHb HumaHHa-Muka, Tmn C -
JIM30COMHas NaTo/I0MMA C HAPYLIEHNEM BHYTPUKNETOYHOIO TPaHCNopTa AMnngos. HepsHble 6one3Hn2014;1:4-14



TUMN C BOJIE3HU H-N

- 3abonesaHue HI-C c Ha4anom B NOAPOCTKOBOM M/IN B3POCIOM
BO3pPacCTe 4YacTo AeOHTUPYIOT NCUMXUYECKMMN NPOABAEHNAMM
WM NOBeAEeHYECKMMM OTKNIOHEHMAMMK (Npobaembl C MOBEAEHUEM,
HapyLeHne oby4yeHusa, pacCTPONCTBO IKCMNPECCUBHOMN PeYn,
CUMHAPOM AePunumnTa BHUMAHUA C TMNEPAKTUBHOCTbLIO), KOTOPbIE
NO3Xe NPOABAAJMNCDL YXHKe KaK Ncuxmyeckune 3aboneBaHus

« [cmnxo3 ¢ wmnsodppeHonog0OHbIMM NPOABIEHNUAMWN ABNAETCA
4acTbIM Y NOAPOCTKOB UAM B3pOoC/bix NaumeHToB ¢ HIM-C
N BCTpeYaeTcs ¢ YactoTon A0 25% , Npn 3TOM KAMHUYECKne
NPOAB/EHNA YAaCTO HEOTIMYUMbI OT LUM30PPEHUN C TUNMNYHBIMMU
CNYXOBbIMW FranntouMHaUMaMm, bpeaoBbIMU NAEAMMU,
PACCTPOMCTBOM MbILUNEHMNA U NOBEAEHMA, MOTYT ObITb
3pUTE/IbHbIE FaNNoUMHAUNN, HAPYLLEHNE KOTHUTUBHbBIX QYHKLUMN
N PE3UCTEHTHOCTb K MCUXOTPOMNHOM Tepanumu



TUMN C BOJIE3HU H-N

« TaKk)Ke moxeT HabnaaTbCA KaTaToOHUA, Hanbonee yacTo
— Y NAUMEHTOB C Ha4Yanom 3aboneBaHUA B PaHHEM
BO3pacTe, OHa M10XO0 NOoAAaETCA JIEYEHUIO U MOXKET
CYNTATLCA NPU3HAKOM OPraHUYECKOro MNCUXNYECKOro
3aboneBaHuA

- BO3MOXHO TaKKe Pa3BnUTUE AenpeccmMBHONro COCToAHUA

- B3pocnble B Bo3pacTe >30 neT Yalle cTpaaatoT
ANCPErynaToOpPHbIM CUHAPOMOM — HapyLUEHUAMMU
TOPMOXEHUA, NN1AHNPOBAHMA N OPraHU3aLMN, A TaKXKe
CHUXKEHNEM KPUTUNYECKOU CaMOOLLEHKN N KOTHUTUBHOM
rMOKOCTU, NO3XKe

Sevin M., Lesca G., Baumann N. et al. The adult form of Niemann—Pick disease type C. Brain 2007;130:120—133 Geberhiwot T., Moro A., Dardis A. et al.
Consensus clinical management guidelines for Niemann-Pick disease type C. Orphanet J Rare Dis. 2018;13:50



TUMN C BOJIE3HU H-N

- YacTo HabntogaeTcs pa3/IMyYHOE KAMHUYECKOe TeYEHUE
HM-Cy cnbcoB (sibs — pogHblie 6paTba MAKN CECTPSI,
HO He 6an3HeUbl), HECMOTPA HA TOXKAECTBEHHOCTb
reHoTUNa N Buoxmmmnyeckoro ¢eHoTmna

« MMauneHTbl, poanBLLUMECA C TAXKENON NepUHaTA/IbHOM
dopmon, moryt umeTtb cMbCcoB € Ha4YaIOM
HEBPONIOTMYECKUX NPOABAEHNN B AETCKOM
N NOAPOCTKOBOM BO3pacTe

Vanier M.T. Niemann-Pick disease type C. Orphanet J Rare Dis. 2010;5:16



TUMN C BOJIE3HU H-N

« BucuepanbHble cumnTombl HIM-C BKAOYatoT B cebs NposiBieHUs
CO CTOPOHbI NeYeHn, ceneseHKn, Nerknx n Apyrux opraHos

- [poasnenna 6onesnHun HIM-C B HeOHaTaAbHOM Nepmoae oTmevaeTcs
B 45-65% cny4yaeB

- Haunbonee paHHUM KINMHNYECKUM NPOSBIEHUEM SAB/AETCA CUHAPOM
X0/1eCTa3a, HO MOKEeT OTMeYaTbCA U30/IMPOBaHHaA crnaeHoOMeranms
U renaTtocn/ieHomMeraams, Npm sTom NaToOrHOMOHUYHbIM CYMTaETCA
coyeTaHUe X0/1ecTasa Co 3HaYUTENIbHOM CTEMEHbIO BbIPaXKEHHOCTH
cnaeHomeranmu 6es NpMsHaKkosB NOPTa/IbHOM TMNEePTEH3NN

« TaK¥Xe onucaHbl CNydaun acuuTa U renatocnjieHomerajanmm nnoaa

« B 6onblIMHCTBE ClyYaeB NPU3HAKM X0N€ecTa3a CaMoNpPOU3BOIbHO
pa3peLllatoTca K 6-8-my mecaLy *KMU3HU, NPU 3TOM YBENNYEHNE NEeYEHU
N cene3eHKn CoOXpaHaAeTca ele AnTenbHoe Bpems

Geberhiwot T., Moro A., Dardis A. et al. Consensus clinical management guidelines for Niemann-Pick disease type C. Orphanet J Rare Dis. 2018;13:50.



TUMN C BOJIE3HU H-N

« B 10% cnyyaeB npu paHHen maHudectaunmn HMNC nmeet
MOJIHUEHOCHOE TeYyeHUue C Ppa3BUTUEM NeYeHOUYHOM
HEeAO0CTAaTOYHOCTU N IeTalbHbIM MCXOA0M B TEYEHUE
NepBoOro roga *XU3Hu

« HeoHaTasnbHbIM X0necTas, renatocn/jieHoOMeraams
NN N30/IMPOBAHHAA CrJIeHOMErasinsa B aHamHese 4acTo
BCTpeYatoTcs Yy NaLMeHTOB ¢ Haya0M 3aboneBaHus
B paHHEM U CTapliem AeTCKOM Bo3pacTe

Kelly D.A., Portmann B., Mowat A.P., Sherlock S., Lake B.D. et al. Niemann—Pick disease type C: diagnosis and outcome in children, with particular reference to liver
disease. J. Pediatr. 1993;123:242—247



TUMN C BOJIE3HU H-N

« Y naumeHToB ¢ HayalIom 3aboneBaHmA B bonee crapliem
BO3pacTe renatocn/JieHoMeraama nam N30 IMpPoBaHHasn
cnaeHomeranuva asnaeTca obblIMHO 6becCMMNTOMHOM

« Y 15% Bcex naumeHToB ¢ HIM-C 1 no4yTn y NoN10BUHDI
NaLUMEeHTOB C Haya/1IoM 3aboneBaHnA B NOAPOCTKOBOM
NN B3POC/IOM BO3pPacTe OTCYTCTBYET yBe/inyeHumne
Pa3mMepoB NevyeHn N ceneseHKu

Sevin M., Lesca G., Baumann N. et al. The adult form of Niemann—Pick disease type C. Brain 2007.;130: 120—133



TUMN C BOJIE3HU H-N

CnneHomeranua npakTnyeckn sceraa Habawaaetca npu HI-C,
a renatomeranusa pexke HabnogaeTca y B3pOC/bix

Y naymMeHToB C HenpoaereHepPaTUBHLIMM UAN NCUXUNYECKNMMU
HapyLWeHUAMMN, HaAn4Ynue U30MPOBAHHON CNNEHOMEraIMN NPU OTCYTCTBUM
NPU3HAKOB NOPTaZIbHOM rMNepTeH3UN N 3aboieBaHNA NeYeHn

B 3Ha4YUTE/IbHOW Mepe No3BoaAET npeanonaratb Hanmume HI-C

NHOUNBTPATbI B IEFKMUX MEHUCTbIMM KNETKaMU, Kak NpaBmno, Habatoaaercs
NCKIIOYNTENBHO Y NAUMEHTOB C PaHHMM Ha4yalomM 3aboneBaHmA
NAN Yy NAUMEeHTOB C myTaumamu B reHe NPC2

BucuepanbHble NpoAaBaeHUA BCerga npeaLlectByoT HEBPOAOTMYECKUM
CMMNTOMaM, MPUYEM BO3PACT Hayana MaHMpecTauum BucCLEepasbHbIX
CMMNTOMOB He CBSiI3aH C BO3PaCcTOM Ha4yaa HEBPOJIOTUYECKUX
NPOABNEHUN; HEBPOJIOTUYECKNE CUMMIMTOMbI MOTYT NOABUTHLCA YEPE3 MHOTO
NET UMK AaXKe AeCATUNETUN Nocae NOoSBEeHMS BUCLLEPASIbHbIX CUMATOMOB



TUMN C BOJIE3HU H-N

« CumnTtombl HIM-C moryT pa3BmuBaTbCA B pa3Hble BO3PACTHbIE
nepuoabl

« B HeoHaTanbHOM nepuoge y nauneHTos ¢ HIM-C moxkeT
OTMeYaTbCA 3aTAXKHAA KenTtyxa, Xxosecras
WU rernatocn/ieHomeranua, Kotopblie MOoryT pa3peLlaTbea
C BO3PACTOM, HO Aia/IbHENLLEM Y HUX MOTYT HEBPOJIOTMYECKUNE
UNN NCUXUATPUYECKNUE CUMMTOMDI

- B cembe moryt HabntoaaTbCA Cy4an MepTBOPOKAEHMUSA,
BHYTPUYTPOOHOU rmbenn nnoaa Ot HEYCTaHOB/IEHHbIX MPUYUH

- [lo Pa3BUTUA BblPaKEHHbIX HEBPONOIMNMYECKUX I'IpOFIBfIEHVIVI
Ha Haya/IbHbIX 3Tanax 3aboneBaHnAa OTMeYyatoTca HEeYKNIOKECTb
N 4acCTble nageHnAa no npnynHe rmas3oaBuUraTe/ibHbIX HapYIJJEHMl‘/JI

Geberhiwot T., Moro A., Dardis A. et al. Consensus clinical management guidelines for Niemann-Pick disease type C. Orphanet J Rare Dis. 2018;13:50.



KnnHuueckune nposasnenmna 6onesHn HumaHHa-MNMuka, Tun C
[Vanier M. «Niemann—Pick disease type C», Clinical genetics, 2003]

BucuepansHbie U HEBPONOTHYECKKE NpoABneHna npyu BHIM-C B 3a8McMmMOCTH OT BO3PAEcTa HaYana HEBPONOTrMYECKNX NPOABNEHUH
(PMCYHOK 3aMMCTBOBAH C paspewerdus w3 Vanier, Orphanet ] Rare Dis. 2010)

CuncremMHsie CUMIMTOMBI

HeoHaTanbHbIA
xonecra3s
(MfenaTo) cnnexnomeranusa
OB6LLIWIA OTEeYHbIW CUMHOAPOM NNoAAa, MoxeT oTcyTcTeoBate B ~ 15% cny4aes
XenTyxa HOBOPOXAEeHHbIX BoapacTt noAsneHmMa sapbipyeT
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TUMN C BONE3HU H-NT — AUWATHOCTUKA

- Bcem naumeHTam B KauyecTBe AMAarHOCTUYECKOro TecTa nepBoun
NIMHUU NPU KNnHn4Yeckom nogo3speHun Ha HI-C cnepyet
onpeaennuTb YpoBeHb XosecTaH-3,5,6-Tpnosa B nn1asme KPoBU —
NPOAYKTbl OKUCNEHUA XONeCcTepmHa — NOBbIWEHUE ero YPOBHA
ABNAETCA YYBCTBUTE/IbHbIM U CrieunPUYECKMM MapPKEPOM
Aana ckpuHuHra HIM-Cy ntoaen ¢ mytaumamm B reHax NPC1 u NPC2
(ncnonb3yeTtca meToa ra3oBou XxpomaTtorpadpum
mMmacc-cnektpomeTpum - I'X-MC)

- Bcem nauyeHTam cneayet onpeaennTtb NTM30CPUHIOMUENTUH
B nsia3ame Kposu (LysoSM) npu 6onesHn Humana-Muka tun A/B
n LysoSM-509 npu 6one3Hn Humana-MNMuka tmn C (TMnn4Ho
NOBbILLEHME ero ypoBHS)

- [eHeTn4YecKoe nccnegoBaHue



TUMN C BONE3HU H-NT — AUWATHOCTUKA

« MPT ronosHoro mosra naymeHtTam (A15 OLEHKU CTENEeHU
CYOKOPTUKaNbHOM /UK KOPTUKaNbHOM aTpodum
M aTpoPMM MO3KeYKa)

« I3l naymneHTam c noareepxKaeHHbIMm aAnarHozom HI1-C
NPU HANUYUU ANUNENTUYECKMX NPUCTYMNOB
UNN NPU NOAO03PEHNN HA HANUYME SNUAENCUU



TUMN C BONE3HU H-NT — AUWATHOCTUKA

« [pn MUKPOCKONMUYEKMX UccnegoBaHmMAxX bnontaTos
BO BCEX OpraHax 0bHapy*MBAOTCA NEHUCTbIE» K/IETKM
TaK Ha3bliBaemble Knetkm HumaHHa-lNmnKa

 Mpn ncnonb3oBaHUK crneumnPmnyYeckmnx oKpacokK
LMTON1a3Ma TMCTUMOLMTOB NpUobpeTaeT LBET MOPCKOMU
BoNHbI («sea-blue histiocytes») ns-3a otnoxkeHusa
INNONUTMEHTa Uaun ueponaa, oaHaKo 3TN KNETKU
He TaK TMNn4YHbl gna 6onesnu HIM-C, kKak ana Tunos Amn B



BUONTAT NEYEHWU

Niemann-Pick disease in liver. The hepatocytes and Kupffer cells have a
foamy, vacuolated appearance owing to deposition of lipids. (Courtesy of
Dr. Arthur Weinberg, Department of Pathology, University of Texas
Southwestern Medical Center, Dallas, TX.)



TUN C BONE3HU H-N — NIEYEHUE

« Bcem naumeHTam 12 net n ctapuwe ¢ HIM-C n HeBponormyeckumm
HapyLWeHNAMM Ha3Ha4YaeTca cybcTpaT-peayumpytowan Tepanmm-
N-6yTun-peokcnHonmpummumnH (murnyctat — 200 mr Tpm pasa
B A€Hb ANA AOCTUXEHUNA TepaneBTUYecKkoro adpdekxra)

- ITO HeboONbLIAA MOJIEKYIa UMMHOCAaxXapa, KOTopasa AencTeyeT
KaK KOHKYPEHTHbIN MHTMBUTOP pepmeHTa
IFOKO3MpLUEPAMUACUHTA3bI, KOTOPbIM KaTa/IM3UPYET NepPBbIn
GUKCUPOBAHHbIN 3Tan cMHTe3a rmukocpuHronnnmaos (FCJ),
NPOHMKaeT Yepes remaToaHuedaIM4eckmm bapbep N YyMeHbLLAET
HakonneHue I'CJ1 B ron0OBHOM MO3re, 3ameanaeT pasButme
HEBPO/IOrMYECKON CUMMNTOMATUKU U YAJIMHAET BbIXXMBAEMOCTb



TUN C BONE3HU H-N — NIEYEHUE

« Mwurnycrtat MOXeT TaKXe HenpambiMm 06pa3om peryanmposaTb
BHYTPUK/IETOYHbIN TOMEOCTa3 Ka/ibLUA, CBA3AHHbIN C HAKOMNIEHNEM
COMHro3nHa — npeanonaraemMbiM NYCKOBbIM GAKTOPOM B NaTOreHese
HIMNC1 — nyTtem BAMAHNA HA KOHLUEHTPaUMIO rMKo3uauepammaa

« [MonoXuTenbHbIM KAMHUYECKNI pe3yabTaT MOXeT HabatoaaTbea yepes
6 mecaues-1roa, a B cayyaax meaneHHo nporpeccupyrowmnx ¢opm
3aboneBaHuA (Hanpumep, y NaUMEHTOB C Ha4ya1OM 3aboneBaHuUA
BO B3pPOC/IOM BO3pacTe), 3pPeKTbl OT 1eyeHna MoryT HabogaTbCs
yepes ewle bonee ANUTENBHBIN NPOMEKYTOK BPEMEHMU

« B cayyaax Hannuma TaXKenbiX HEBPOJIOTUYECKUX HAPYLLEHMU
y’Ke Ha MOMEHT NOCTaHOBKM AMarHo3a, B 0c06eHHOCTU Y NaLUMeHTOB
PaHHEero BO3pacTa, CyLeCcTBYeT MEHbLLAsA BEPOATHOrO TOrO,
YTO MUFNYCTAT NPUHECET CYLLLECTBEHHYIO NOJIb3y



BOJIE3Hb I'YP/IEP

(MKB-10 — E76.0 HapyweHusa obmeHa
MUKO3aMUHOI/IMKAHOB)



BOJNIE3Hb IN'YP/IEP

- 3aboneBaHue BNepBblie ONMCAHO ABYMSA NegnaTpamu:
aBcTpunckum — leptpyaon Nypnep [G. Hurler] (1889-1965)
n Hemeukum — ManHxapaom MNpayHanepom (Pfaundler Meinhard
von) (1872-1947)

« OnncaHHaA aBTopamu 6one3Hb NPOABAAETCA B NEPBble MecsLbl
YKU3HU rpyObIMM YepTamMu nnLa, renaTtocnieHoMeraamen,
TYronoaBMKHOCTbIO CyCcTaBOB, AedpopmaLiMert N03BOHOYHOTO cTo/16a

« 3atem amepuKaHckui optanbmonor Lene (H. G. Scheie)
(1909-1990) onucaHa BTOpasa ¢opma bonesHun c bonee NO3AHUM
Hayanom n bonee JOOpPOKaYECTBEHHbIM TEYEHMEM, Ha3BaHHaA
cnHapom Lene, a no3ke onncaHa npomeXxyto4yHasa ¢popma
6onesHn, HazBaHHaA cuHapom lNypnep-Lene

David MooreEmail, Martin J. Connock, Ed Wraith, Christine Lavery. The prevalence of and survival in Mucopolysaccharidosis I: Hurler, Hurler-Scheie and Scheie syndromes in the UK. Orphanet Journal of Rare
Diseases 2008;3:24.



BOJNIE3Hb IN'YP/IEP

« Cungpom lNypnep (bonesHb NpayHanepa-fypnep,
MyKononmncaxapmao3 IH nam nepsoro tTmna) oTHOCUTCA
K TM30COMHbIM 60N1E€3HAM HaKOM/EeHMA C ayTOCOMHO-
peuecCMBHbIM TUNOM HacneaoBaHUA, NPOABAAETCA
NPaKTUYECKM C NEPBbIX MECALLEB }KM3HWN U ABNAETCA CAaMOW
TAXENOW N3 TPEX BaPMAHTOB 00/1€3HM

- [laTonorma cynmtaeTca oAHUM U3 CaMblX PaCnpoOCTPAHEHHDbIX
MYKOMONNCaXapnago3oB N BCTpeHaeTCA NoBCeMECTHO

« Cungpom lNypnepa, No pasHbIM AaHHbIM, BbISIBNAETCA
y 1:40 000-1:100 000 HOoBOpPOXAEHHbIX 6€3 3HAYMMbIX
reHAepHbIX Pa3nvynim



BOJNIE3Hb IN'YP/IEP

« Bo3HMKHOBeHMe 3aboneBaHUA CBA3AHO reTeporeHHbIMM
MmyTaumamm reHa IDUA, KOTOpbIN TOKaNM30BaH B KOPOTKOM
nnedvye 4 xpomocomsl B nNoKyce 4p16.3 n Koanpyey cUHTES3
3H3MMa anbda-L-naypoHmnaasy

« [eH /IOKa/In30BaH B KOPOTKOM Mnsieye 4 XpOMOCOMbI
B IOKyce 4p16.3. n Hanbonee yactble myTauum reHa — Q70X
n W402X

« JIn3ocomanbHbI pepmeHT a-L-naypoHunaasa perynmpyer
MeTab0o/IM3M OCHOBHbIX CTPYKTYPHbIX KOMMOHEHTOB
MEMKK/IETOYHOro MAaTPUKCA COeANHUTENbHOM TKAHN —
OTBeYaeT 3a Aerpagauunto rmmkosammHornnkaHos (FAlN) —
renapaHcynbdata n AepmaTaHcynbPaTa



BOJNIE3Hb IN'YP/IEP

- Bcneacrtesue reHeTMYECKM AeTEPMUHUPOBAHHOIO AedeKTa
depmeHTa nponucxoamnT n3bbiToyHoe HakoneHne TAl
B JIN30COMaXx KNEeToK

- Hanbonee 3Ha4YMMbiM GaKTOPOM PUCKa Pa3BUTUA
cuHapoma lypnep asnaeTca Hananyme 61n3KOro
POACTBEHHWUKA, CTPaaatoLLLero aTom 6onesHbo



BOJNIE3Hb IN'YP/IEP

« B pe3ynbraTe HapyLweHUsa BHYTPUIMN3OCOMHOIO rmapoam3a
M Nocneayouero HakKoNAeHNA MeXKNETOYHbIX
KOMMOHEHTOB COeANHNTENbHOM TKAHM BbICBOOOXKAAOTCA
BOCMA/INTE/IbHbIE MeAMaTOPbl — OKCMA a30Ta, GaKTop
HEeKpo3a onyxoan-anbda n pa3BmBaeTca ANCOYHKLUA
OpraHos

« [oCKoNbKy coeagnHUTENbHAA TKaHb B TOM UM MHOMN CTENEHU
BXOAMUT B COCTaB NPaKTUYECKM KaxKJ0ro opraHa, nopaxeHue
HOCUT MYNbTUCUCTEMHbIN XapaKTep

- HakonneHmne myKononncaxapmaos B XPALLEBON TKAHU
BbI3blBAaeT HApPYLLUEHUE POCTA KOCTEN, UX FPybYyIo
nepopmauuto, a B CTEHKAX COCYA0B, KanaHHOM annaparte
cepala, Mo3roBbix 060104Kax pa3BmsBaeTca pubpos



BOJNIE3Hb IN'YP/IEP

KanHudeckue NMPU3HAKUA 3a60/1€eBaHUA HAaYMHAOT NPOABNAATBLCA YyiKe
Ha NepBom mecaue XnU3H"n, nHorga C poxxkaeHmna otmeyaeTca yse/intveHumne
cenes3eHKn U nevyeHun, NyrnoyHble, naxoBble rpblixKU

BblparKeHHble CUMNTOMbI NOPaXKEHMS ONOPHO-ABUraTe/IbHOro annaparta —
ObICTPO Pa3BUBAOTCA KOHTPAKTYPbIl U TYronoABUMKHOCTb CYCTaBOB,
bopmUpyOTCA NaToNorm4yeckne n3rmnbol No3BOHOUYHMKA (KMdo3
NOSACHUYHOro oTaena)

K KOHLY NepBOro roaa *XmU3Hu n1nuo pebeHka npnobpeTtaeT xapaKTepHbie
4yepTbl MO TUMY «Fapromamama» — BbiCTynatoLlime nobHble byrpbl, LMPOKan
NPUNIIOCHYTanA NepeHocuua, rMasHoM rMnepTeNopusm, ToACTbie rybbl

N A3blK, 3ayKEHHAA MLUEBAA YacTb Yyepena

Tunn4yHa 3aaeprkKa pocTa, KOTOPbIN MPAKTUYECKU MOJIHOCTbIO
OCTaHaB/nBaeTcA K 4-5 rogam

Mo mepe nporpeccupoBaHmnA 3aboneBaHNA NPUCOEANHAKOTCA CUMNTOMDbI
Nopa*KkeHna UeHTPanbHOW N nepndpepmyeckom HeEPBHOM CUCTEMDI



BOJNIE3Hb IN'YP/IEP

Ha6I'II-O,£I,aETCFI 3daMeTHOE OTCTaBaHNE NCUXOMOTOPHOIo
Pa3BUTUA — UHTENNEKT CHUXKEH, pPpeYdYb HEPA3BUTA

[edeKtam peun cnocobecTByeT popmMmumpyrowasncs
HEWPOCEHCOPHAA TYroOyxoCTb

N3 noBeaeHYeCKUX PacCTPOMCTB OTMEYatoTCH
3aMKHYTOCTb M arpeccus

[ToxoaKa HapyLweHa, TOHYC MblLLL, CHUXEH, MHOTAA
BO3HMKAIOT Cy40OPOrn BN/I0Tb A0 TOHUKO-KAOHUNYECKMX
NapoKCU3MOB



BOJNIE3Hb IN'YP/IEP

- [Opyrmne npusHakm CI:

— YacTtble HPEKUMNOHHbIe 3aboneBaHMNA BEPXHUX
AbIXaTeNbHbIX NyTEN, peungmnsmpytome cpeaHmne oTUTbl

— [NMomyTHeHune porosuubl

— Bcnepacteune HakonneHua Al B MUHAQNNHAX, Tpaxee
M HAaAropTaHHMKe NOoCTeneHHO CyXaeTca npocBeT
AbIXaTenbHOM TPYOKU, YTO NOBbIWAET PUCK NOAB/IEHMUA
OOCTPYKTUBHOIO anHoO3 CHa



BOJNIE3Hb IN'YP/IEP

OcnoHeHua:

« [porpeccupytollas XpPoHMUYecKan cepaeyHan HeJOCTaTO4YHOCTb KaK UCXOZ,
dbopmumpyloLLeroca NopokKa cepaLa 1 KapanommonaTmm

« HapyweHua putma cepgua (Bcneactesme ¢nubpo3HOro noparxkeHums
MMOKapaa)

« [bixaTenbHaa HeJOCTaTOYHOCTb N3-3a OOCTPYKLUM AbIXaTe/bHbIX NyTEN
« Taenble nHGeKUMU (MHEBMOHUA, MEHUHIUT, TYOEpKynes)
« Mnapouedanma MoxKeT NPUBECTU K OTEKY r0JIOBHOTO MO3ra

« [pn KOMNpeccuu CNMHHOIO MO3ra BO3MOXHbI TeTpanaerua Uanm HUKHAA
napannerua, yxyalweHme nam nosaHana yTpata Ta30BbiX GYHKLU MM

- WNHorpa HabnopaeTcs noTeps 3peHns U cayxa

OCHOBHble NPUYMHbI CMePTHU — cepaedHas u (Mnn) abixatTenbHas

HeJ0CTAaTOYHOCTb U TAXKENbIE UHDEKL MK



BONE3Hb N'YPNEP-LUEUE

Yactota — 1:80 000-1:100 000 HOBOpPOXAEHHbIX

OCHOBHbI€ KJIMHNYECKME NPOABNEHNA — MOPAKEHUA
cepaua n pa3sutne ob6CTPYKTUBHOIO CMHAPOMA BEPXHMUX
AblIXaTeNbHbIX NyTEN

BonblwmnHCTBO NaumeHToB ¢ 6one3sHbto -LU goxKmBatoT
0o 3-5-ro gecaTmneTnin KM3HM, Npm 3STOM OHU aeKBaTHO
CoUMaZIbHO aAaNTUPOBAHbI

[MpUUYMHOI NeTanbHOro ncxoaa obbIYHO ABNAETCA OCTpas
cepaevyHo-cocyamnctas u/mnm neroyHas HeAOCTaTOYHOCTb



BOJIE3Hb LUEUE

« Yactota — 1:500 000 HOBOpPOXKAEHHbIX

« Nna bW TunnyHo 6onee nerkoe teyeHmne 6one3Hy,
MArKMe NpoABAeHUA KpaHMo-paumaabHOro
ancmopdursma No TMNy rapromnnsma, aopTasnbHble
NOPOKMU cepaLa, TYronoaBUKHOCTb CYCTaBOB, rMa3Hble
CUMMTOMbI, HOPMA/IbHbIM UHTENINEKT U CcOUMaNbHAA
ajantauna

« 3TN 6ONbHbIE MOTYT MUMETb 340POBOE NOTOMCTBO



BOJNIE3Hb IN'YP/IEP

« CumnTOMbI CO CTOPOHDLI *KKT — BbipaXKeHHaA renaTo-
M cnaeHomeranama (NOCTOSHHO NPUCYTCTBYIOLLMIA CUMMATOM
y BCEX NaUMNEHTOB, No3TOMy ocobeHHO npu BLU BaXKHa
anddepeHUManbHaa AMAarHOCTUKA 3TOr0 CUHAPOMA),
XUBOT yBe/IMYEeH B 06 bEMe, HO NPU 3TOM CYLLECTBEHHbIX
HapyweHUn GYHKUMKU NevYeHn OObIYHO HeT

- HepenKo HabnoagaeTca HEYCTOMUYMBBLIN CTY/1, BO3SMOXKHbl
6onun B KuBoTE

« XapaKTepHbiMmu aBaAOTCA AePeKTbl nepeaHen 6ptoLLHOM
CTEHKU, B BUAE COYETAHHbIX UM U3ONNPOBAHHbIX TPbIXK
(nyno4HoOM, NaxoBOW, NaX0BO-MOLLIOHOYHOM
N BEHTPANbHOM), a TaKKe cnabocTb NPAMbIX MbILLULL }KMBOTA



BONNIE3Hb N'YPNIEP — AUATHOCTUKA

CHUKeHHaA aKTUBHOCTb IM30COMHOM a-L-maypoHmnaasbl
B IeMKOUMTax nepudepmnyeckon Kposu

YBenm4yeHne KoOHLUEHTPaAUMM B MOYe MMKO3aMUHOI/IMKAHOB 3a CYeT
AepmaTtaHcynbdaTa n renapaHcynbPaTa

MPT ronoBHOro n CIMHHOTO MO3ra (YTo/ILLLEHNE MO3roBbIX 060104EK,
NPU3HaKu rmapouedannm — paclimpeHmne KeayaovykosB 1 LUCTEPH,
KomMmnpeccna CNMMHHOIo Mo3ra

PeHTreHorpadpuma — pacwmpenHme gmadumsos TPybUaTbiX KOCTEN,
YKOPOYEHUE U YTOJILLLEEHME KNOUYUL, «BecnoobpasnHyto» popmy pebep,
NCKPUBNEHME NO3BOHOYHUKA, PacLUMPEHME MO3BOHKOB, HEAOPAa3BUTHUE,
nepopmaumsa nonepeyHbix OTPOCTKOB NO3BOHKOB

IxoKapaunorpadma — ytonueHue nnm aebopmaLmio CTBOPOK K/1anaHoB,
MPU3HAKW peryprutaumnm, paclimpeHme noaocrten cepala, CHUKEHUe
dpaKkunmM BbIbpOCa NEeBOro *KesyaouKa



BONNIE3Hb N'YPNIEP — AUATHOCTUKA

Y31 n KT opraHos bptoliHOM nonoctn — AndpdysHoe ysennyeHume
NeYEeHU U Cene3eHKu

®B/] — 0bCTPYKTMBHbIE HAapyLIEeHUA

AneKkTpoHenpommnorpapmm — nNpusHakm Hemponatuu, 610K
n 3ameaieHne NpoBeaeHUa HEPBHOMO MMNYAbCA

AyavomeTpua — yBeNMYEHNE NOPOra 3BYKOBOCNPUATUA

OdTanbmocKkonma — OTeK M 3aCTOMN AUCKA 3PUTENIbHOTO HEPBA,
nepudepunyeckan aucTtpodua cetTyaTku, Maykoma, NOMyTHEHUE
POroBULbI

NHK-agnarHocTMka — moneKkynapHo-reHeTu4eckoe nccaeagosaHue
ANA BblABNEHUA myTaumm B reHe IDUA



BONNIE3Hb N'YPNEP — IEHEHUE

« [o)XM3HeHHaa pepMmeHTHaA 3amecTuTenbHaa Tepanua (P3T) —
pekombnHaHTHaA ¢opma YenoBevyeckom anbda-naypoHnaasbl; BBeAeHme
3TOro npenaparta cnocobcTByeT BOCCTAHOBEHWUIO SH3MMATUYECKOM
aKTUBHOCTU, AOCTAaTOYHOM ANA TMAPOAM3a HaKoNIeHHbIX TAl
N NpeaoTBPALLEHUA UX Aa/IbHENLLETO OT/IOXKEHUA

« PaHHee ncnonb3zosaHne 3T no3BonAeT 3amMed/IMTb NPOrpeccnpoBaHme
HEBPOIOTMYECKUX PaCcCTPOICTB U cepAeYHOM HeJ0CTaTOYHOCTH,
BOCCTAaHOBUTb aKTUBHbIE ABUXKEHWNA B CYCTaBax U NO3BOHOYHUKe, 4OOUTLCA
perpecca renatocnieHomeraamm, NCY4e3HOBEHUA HOYHOIO anHo3

- CumnrtomaTtunyeckasa tepanua — nevyeHne CH, aHTUKOHBYNbCAHTHI,
NCMXOTPOMHbIE NpenapaTbl, 419 NpeaoTspaweHna MHGEKLNOHHbIX
OC/IO}KHEHWUN Ha3Ha4YaeTCa BaKUMHALUMA OT MHEBMOKOKKA, MEHMHIOKOKKA,
remoPuiibHOMN NaNOYKHU

Mykononucaxapuaos | Tuna y getein. KnnHmnyeckme pekomeHaaunm - 2016



BONNIE3Hb N'YPNEP — IEHEHUE

- bosbHbIM B BO3pacTe A0 2 NeT peKOMeHA0BaHOo
paAuKaNbHOE fieyeHne, no3sonatollee n3bexarb
HEeobXxoAMMOCTU B NOXKU3HEHHOMN pepMeHTOoTEPANUN —
TpaHCNNAHTaUUA reMONO3TUYECKNX CTBONOBbIX KNETOK
(TTCK)

. [lpoBOAMTCA NepecaaKa KOCTHOroO mo3ra 1IMH60 CTBOIOBbIX
KNEeTOK NynoBMHHOM KpoBu HLA-coBmeCcTUMbIX
POACTBEHHbIX AOHOPOB; 3TO NPeAoTBPaALLAET Pa3BUTHE
HapyLEeHNN KOTHUTUBHbIX PYHKUMIM (NpeaBapUTesibHO
Ha3HayvaeTca 3T U UMMYHOCYNpPecCUBHAA Tepanus)



BONNIE3Hb N'YPNEP — IEHEHUE

« [pn HaAMYMK COOTBETCTBYIOLLIMX MOKA3aHUIN BbIMONHAETCS
XUPYPruyeckoe neyeHme — NpoTesmpoBaHMe KaanaHa cepala
(Nnpu nopoke cepaua), AeKkomnpeccmna CNMHHOTO MO3ra
M HEPBHbIX CTBO/I0B (NpW cAaBNEHUN CMMHHOITO MO3ra, KOTopoe
BbI3bIBAaE€T CEHCOMOTOPHbIE HAPYLUEHUA U TAa30BbIE
PACcCTPOMCTBA), BEHTPUKYNONEPUTOHEA/IbHOE LLIYHTUPOBAHUE
(npu ruapouedanmsamn c BbICOKMM AaBEHNEM
LuepebpocnmMHanbHOM }KUAKOCTU), FpbixkeceyeHme (naxoBble
AN NYNOYHbIE FPbIXKK), TOH3UNNIKTOMMUA (NPU BblparKeEHHOM
rmnepTpodun MMHAANUH, 3aTPYAHAIOLWMX AblXaHWE),
NPOTEe3UPOBaHUE KOJIEHHOIO UM Ta30beapeHHOro CycTaBoB
(npu pa3suTuM rpybbix AedopmaLnUii U KOHTPAKTYP, NOAHOCTbIO
OrPaHNYMBAIOLLNX aKTUBHbIE ABUXKEHUSA)



BOJNIE3Hb IN'YP/IEP

« Peabunnuntayma: maccaxk u nedyebHasa pu3KynbTypa (A1A BOCCTaHOB/IEHUA
ABUXKEHWUN B CYyCTaBaX) U NCUXONOro-neaarormyeckas NomMmollb B BUAE
CUCTEMATUYECKUX MHOMBUAYANbHbIX 3aHATUIM HanNpPaB/ieHa Ha Pa3BUTUE
KOTHUTUBHbIX GYHKUUM, cnocobcTByeT bonee ANNTENIbHOMY COXPAaHEHUIO
NHTENNEKTA

« CpegHaa NpoaoKUTENbHOCTb XN3HU B0NbHbIX 63 cBOeBpPEeMEHHO
Ha3Ha4YeHHOro NaToreHeTUYecKoro NevyeHuns coctasnset He bonee 10 net

« EanHcTBEHHOM 3 PEKTUBHON NPOPUNAKTUKOMN PA3BUTMA NATONOTUN
ABNAeTCcA npepbiBaHNUe 6epeMeHHOCTU, eCAn BO Bpema NPeHaTaibHOMU
ANArHOCTUKM Bblna 0bHapyXeHa HU3KaAa aKTUBHOCTb anbda-naypoHnaasbi
npwn nccnegoBaHUM BOPCUH XOpUOHa Ha 8-10 Hepene bepemeHHOCTH;

NpWY HaAM4YnUM BNIN3KOro POACTBEHHMKA, KOTOPbIN CTPaAaeT CUHAPOMOM
[ypnepa, pekomeHayetca nposegeHne AHK-gmnarHoctmkun



[MUKOINEHO3DbI

MKB-10 — E74.0 — HapyweHna obmeHa rMUKoreHa



MAKOTEH

e [NNKOreH — eAMHCTBEHHbIN PE3EePBHbIN NOANCaXapua —
COAEPHKUTCA BO BCEX KNETKAX

e 3TO CM/IbHO pPa3BETB/IEHHbIN NOANUMEP, COCTOALLNM
U3 OCTATKOB /1t0KO3bl, HA 10 OCTAaTKOB IMKOKO3bl
npuxoamnTCcA B cpegHem oaHa 60KoBas Lenb, B [1aBHbIX
N BOKOBbIX LEensaX MUKOreHa OCTaTKU [MTI0KO3bl COeANHEHbI
anbda-1,4-rnMKo3naAHbIMU CBA3AMM N B MECTax BETBNEHUSA
obpa3ytotca anbPa-1,6-rnmMKko3naHbIe CBA3M



MAKOTEH

« OCHOBHbIE Aeno IMUKOreHa — NevyeHb U CKesleTHbIe
MbILLLbI, NPY ynoTpebneHnmn 60nblLIOro KONNYECcTBa
YINeBoA0B COAEPHKAHUE [MTIMKOTeHa B NeYeHu
coctasnaet 5 r Ha 100 r cbiporo Beca, B MbllLAX —

2 r Ha 100 r, a NOCKO/IbKY 06O MM BEC MbiLUL, bonble
BeCa NeyeHmn, OCHOBHOM 3anac [/IMKOreHa CoAepXKUTCH
B CKENEeTHbIX MblLLLAX



MAUKOINEHO3bI

- TnnkoreHo3amm Ha3bIBalOT rpynny 3abonesaHMm obmeHa
YINeBOA0B, XapaKTePU3YIOLLYIOCA HAKOMNJAEHNEM [/IUKOTEHaA
B MEYEeHU, MbIWLUAX U APYrKUX opraHax, obycnoBAEHHbIM
nedpekTamm GepmeHToB, NPEUMYLLECTBEHHO YHACTBYHOLLUX
B Npouecce pacuenneHunsa rMmKkoreHa

- Bnepsble rnKkoreHos 6bin onucaH E. Gierke 8 1919,
a PepMeHTHbIN aAePeKT Npu rMUKoreHose bbia BblABAEH
B 1952 r. G. Cori, aB 1953 r. G. Cori noKka3ana,
4YTO «60/1e3Hb HAKOMNNEHUA MIMKOreHa» npeacrtaBnaer
coboun rpynny 3abonesaHnm, Kaxkaoe N3 KoTopbiX CBA3aHO
c Aeduumnutom onpeaeneHHoro GepmeHTa



MAUKOINEHO3bI

« OblwenpunHAaTaa HOMeHKNATypa IMUKOreHO30B A0 CUX Nop
He pa3paboTaHa

- B HacToAuWee Bpema NPUHATO MCNOb30BaTb
MOANDULMPOBAHHYIO KNacCMPmKaumio, NpeasioKEHHYHO
G. Cori B 1954 roay v NOCTPOEHHYIO MO XPOHO/IOTU4YEeCKoMY
NPUHUMNY: TUNbI MIMKOreHOBOM bone3Hn obo3HavaroTcA
PUMCKUMU Undpamm U PpacnonaratoTca B nopAaaKe OTKPbITUA
CMHAPOMOB N COOTBETCTBYIOLWLUX PEPMEHTHbIX AePEKTOB

« Cenyac 60NbLINHCTBO aBTOPOB BblAenAT 15 pa3nmnyHbIxX
TUNOB IMMNKOreHoBou 6onesHu

«DEAEPA/IbHBIE KTMHWUYECKUE PEKOMEHZAL MM MO OKA3AHUIO MEAUUMHCKON NOMOLLM OETAM C NEYEHOYHBIMUY ®OPMAMM T/IMKOTEHOBOW BEOJTIE3HWN» 2015



MAUKOINEHO3bI

 [Mpn 3TOM NpogonKaeTcsa NOCTOAHHbIA NEePEeCcMoTp
KnaccuduKaumm, Tak, Hanpmumep paclimpeHa
Knaccudukauma tuna IX, B CTPYKTYype KOTOpOoro
BblgeneHo 5 noarunos (al, a2, b, c, d)

« B knaccudpumkaumio nobaBaeHbI HOBbIE TUMbI —
XIV n XV, a K noatnny X ctann oTHOCUTb 3aboneBaHue,
BbI3BAHHOE HEA0CTaTOYHOCTbIO MbILLIEYHOM
dochornnuepatmyTasbl-2



NEYEHOYHbIE MNMKOTEHO3bI

« Cenyac BblgenaroT , B OCHOBHOM, CAeAyioLLne
NneyeHoYHble IMUKOreHo3bl:

| (c noaTMnamwu la n |Ib U, BO3MOKHO, eLLé ABYMS),
Il (Toxke ¢c HeckonbkummM nogtTnnamm), V, Vi, I1X
(c noaTunamu al, a2, b, ¢, d), Xl Tunb

» [Tommnmo aToro BblAENAKOT TaKXKe MbllUeYHbIE

M cMmelwaHHble (Hanpumep, | V Tunbl rnkoreHosa)
TUMbI MTIMKOrEHO30B



[MUKONEHO3 | TUTIA



[MAKONEHO3 la TUTA

[nukoreHoBasa 6onesHb (MB) la Tnna (6bonesHb PpoH MMpkKe,
renaTopeHanbHbIN MUKOreHo3s, renatoHedpoMeraabHbIi
[IMKOTreHo3, AedunuUnT roKo30-6-docdaTasbl)

AyTOCOMHO-peueccnBHoe 3aboneBaHme, Bbl3biIBaemoe
nedbnunTOM rNoKo30-6-pocdaTasbl U aCCOUUNPOBAHHOE

C U3ObITOYHbIM HAaKOMNEHNEM [JIMKOrE€HA HOPMAJIbHOM CTPYKTYPbI
B NeYEHU, NOYKAX U CIN3NUCTON 060N0UYKE KNLLIEYHMKA

MpnunHoM BO3HMKHOBEHUA b la TMUNa ABnAOTCA MyTauUn B reHe
G6PC, Kogmnpyrouwem rntoko3o-6-docdaTasy, 4To NPUBOAUT

K ee HeJOoCTaTOYHOCTU B NMeYeHm, NoYKax, CIM3nUCTomn obonouke
KULWEeYHWNKA, a TaKKe B OCTPOBKAX -KNETOK NoAKenyao4HOM
¥enesbl N XKeNYyHoro ny3blpsa

[€HHbIN IOKYC INMKOoreHoBoM 6one3Hu la Tna HaxoaunTcA
Ha 17 xpomocome (17921.31. n coaep*UT 5 3K30HOB)



[MAKONEHO3 la TUTA

- dnugemmonoruna I'b tTuna la — vyactorta BcTpedaemoctTn I'b
la TMNa B 0b6Len nonynsaunum coctaBnseT
1:100 000-300 000, a cpeaun eBpeeB-allKeHa3n YacToTa
Bo3pacTtaeT A0 1:20 000, yto B 5 pa3 Bbilwle, 4em B 0bLWEM
cpean nuu eBponeonaHomn pachl

 I'b la TMNna BcTpeyvaeTca npumepHo y 80% naymeHToB
cpean Bcex 6onbHbIX b | TMNA



[MAKONEHO3 la TUTA

« [NOKO030-6-PpocdaTasza KaTanmnsnpyeT KOHEYHYIO peaKkLumnio
[MIIOKOHEeOoreHesa u rmaponm3a rMMKoreHa, rmaposin3ys
[MIOKO030-6-pocdaT Ha IMOKO3Y U HeopraHU4Yeckun docdat
N ABNAACL €AMHCTBEHHbIM MCTOYHUKOM obecneyeHusn
OopraHn3ma 60/1blMMUN KOHLEHTPALUAMMN [/TIHOKO3b!

« HecnocobHoOCTb NpeBpPaTUTL NHIOKO30-6-PpocdaT B rMOKO3Y
BeJET K TMMNOrIMKEMUUN AaXKe NPU KPaTKOBPEMEHHOM
ronogaHnm n3s-3a 61o0Kagbl rMMKOreHosin3a
N TJIIOKOHEOoreHes3a U TakXe NPMBOAUT K HaKOMAEHUIO
[MINKOTEeHA B NeYeHU, NOYKAX U CIN3UCTON 0D0/104Ke
KULLEYHUKA



[MAKONEHO3 la TUTA

- HakonneHwue cybctpaTta 610KMPOBAHHOM peaKkuuu,
rNOKO030-6-pocdaTa, CTUMYAUPYET MUKONU3
M HaKoNNeHMe NaKkTaTa B 3pUTPOLUTAX N MbILLEYHOM
TKaHW, MNPU 3TOM OH HE MOXKET ObITb NpeBpPaALLEH B IMTHOKO3Y
B neyeHu (bnoKaaa rnoKoHeoreHesa)

« TMnornnkemuna obycnoBANBAET OTHOCUTE/IbHO HU3KYIO
KOHLLeHTPALUIO MHCY/IMHA U CHUXKAETCA COOTHOLLEHMUE
MHCYNUH/TNOKAroH, YTo CTUMY/IMPYET NNOANU3 U MOSTOMY
NOBbILLIAETCA YPOBEHb XUPHbIX KUCAOT B N1a3Me



[MAKONEHO3 la TUTA

« CTmynauma rnnkonunsa seaeT K yBeM4eHUIo0 CMHTe3a
rnnuepona n auetun-KoA, cybctpatoB n KOPpaKTopoB
CUHTE3a TPUrnuepuaos B nevyeHu

« [NOKAroH TakxKe cTumynmpyet metabosnnyeckme nyTu,
YrHETaloWmMe OKNCNEHNE KUPHbBIX KUCNOT B MUTOXOHOPUAX,
4YTO CONPOBOXKAAETCA ANKAPOOHOBOM aumnaypuen

« Ecnm ckopocTb CMHTE3a ano/IMNONPOTEUHOB
n 06bpa3oBaHMA NMMNOMNPOTEMHOB OYEHb HU3KOW MJIOTHOCTU
(INOHMN) n nnnonpoTtenHoB HM3KOM naoTHocTu (JIMHM)
OTCTAeT OT YCKOPEHHOro CMHTE3a INNNOOB,
TO B renatoumTax obpas3yroTca Kanam Xunpa, Bbi3biBas
BbIpa*KEHHYIO renaToMerasiuio 3a CYET CTeaTo3a



[MAKONEHO3 la TUTA

HakonneHue rntoKo30-6-pochaTta NpUBOAUT K YBENNYEHUIO
JTAKTaTa — KOHKYPEHTHOIo MHIMOBUTOpPA NOYEYHO-KaHaNbLEBOW
CeKpeLuun ypaTos, YTO BEAET K TMNepypuKeEMMMN 1 runepypatypmm

[MnepypuKkemma ABasieTca cie4CTBUEM HE TO/IbKO CHUMEHUA
NOYe4YHOro KJAMPEHCa, HO U TMNepnpPoOAYKLMM MOYEBON KMCAOTbI
B pe3y/aibTaTe UCTOLWEHMNA BHYTpMnevYeHoyHoro pocdaTta

N YCKOPEHHOMN Aerpagaumm aaeHUHOBbIX HYK/1eoTU 0B

dopmmnpoBaHme GOKaNbHO-CETMEHTAPHOIO MOMEpPYNOCKIepO03a
CBA3aHO C NEPCUCTUPYIOLWLEN TMNEPAUNNAEMMNEN, apPTEPUNASIBHOMN
rMNepTeH3nen U rmnepypukemmnen

NHTepecHO, YTO KOHKPEMEHTbI Yallle COCTOAT U3 KPUCTaN0B
MOHOrMAapaTa oKcanaTa KasibLus, XOTa Haanvue runepypaTypumu
laeT OCHOBaHMA 0XMUAATb YPAaTHOTO COCTaBa KaMHEM



[MAKONEHO3 la TUTA

« Bo3pact Havana b la TMNna — HeoHaTanbHbIM Nepuoa, Yalle
1-1 rop, *n3Hu (B 3-4 mec) u oHa MaHudecTnpyet
C rTMNOMMMKEMUU U NaKTaTaunao3a, BCKope npucoeanHaeTca
Bblpa*KeHHaA renatomeranma n runorimkemMmyeckme cyaoporu,
TeyeHune 3aboneBaHmA OCTpoe

- [enaTomeranna obycnosneHa Kak HaKoM/JeHNem IMKoreHa
(He ToNbKO B UMTONAA3Me, HO U B iapax KNeTokK),
TaK M HaKOMNAEeHMeM NUNNAO0B (CTeaTo3 nevyeHun), MoOYKM TaKKe
yBe/IMYEHbI U COAEepIKaT Aen03nTbl MUKOreHa B KaHa/ibL,eBoOM
3MUTENNUN, NPUN STOM ceneseHKa oCTaéTca HoOpMabHbIX
pasmepos



[MAKONEHO3 la TUTA

« XapaKTepeH 60nbLlION, BbICTYNAOLWMI }KNBOT, OTCTaBaHUE B POCTE,
rMnoTpodua, N0KasibHble OTNOMNKEHUS NMOAKOMKHOMN XKNPOBOM
KNeT4yaTKn, NpemMmMyLLEeCTBEHHO Ha WeKax, rpyau, aroamuax, beapax,
«KYKOJIbHOE» NnL0

« MoryT BO3HMKATb KOXKHbl€ KCAHTOMbI HA JIOKTAX, KOJIEHAX, ATOAUL,AX,
benpax, Hapsaay C AereHepaumen CeT4aTKM B BUAE MHOKECTBEHHbIX
ANCKPETHbIX MapaMaKyAApPHbIX BKpanJieHUN }KenToro UBeTa,
BO3MOKHA UHTEPMUTTUPYIOLLLAA AMapes

« TMnornnkemmsa, Yyawe 6eccMmnToOMHaA UK C CYyJOPOramm, TAXKebIM
NIaKTaTauMA030M, BO3HMKAET NpU ManenLem ronogaHnm , npm sTom
meTabonnyeckmm aunao3 yxyglaeT cocToaHue 60/ IbHOTO
N NPUBOAUT K AEKOMMNEHCALUN C Pa3BUTMEM PECMUPATOPHOTO
ANCTpecc-cMHApPoMa nNpu 3aboneBaHmMAX BEPXHUX AblXaTe/IbHbIX
nyTeu



[MAKONEHO3 la TUTA

 [MopaxkeHune mbiwl, npu 6 la TMNa (T.H. meTabonnyeckas
MMonaTtusa) — GoOpPMMUPYETCA MMOMNATUYECKUIA CUHAPOM
C HapyweHnem GyHKLUUN MblLLL,

« TNMYHa BbiparKeHHas MbllLeYHasa rMNOTOHUSA
C nocsieayowmMm HapacTaHuem cnaboctu n atpodumn
MbILLIL, MPOKCMMaA/IbHbIX OTAE/I0B PYK U HOT
(amunoTpoPpuryecknin CMUMNTOMOKOMIJIEKC)



[MAKONEHO3 la TUTA

Mpun BTOPOUN KNAnHMYyeckon popme b la TMna , ecnm 6onbHOM
nepeXmnBaeT oCcTpble meTabonnyeckme Kpusbl MaAaAEHYECKOro
BO3pacTa, To 3aboneBaHme npmobpeTtaeT XpPOHNYECKOE TEeYEHUE

MporpeccupyeT HapylweHne GyHKLKUM NoYeK, noaarpnyecKkmnii
apTPUT, OTCTaBaHUE B POCTE, 3a[ep*KKa N0/I0BOro CO3peBaHUA

[MaTonorma noyek maHUpecTnpyetT NPoTeEUHYpUeEn, ganee moryT
npucoegnHATLCA HePPONNTMaA3, HePPOKaNbLUUHO3, TMMEPTOHUA,
ammnnonaos, cmHapom PaHKOHU, ANCTANIbHbIN NOYEYHO-
TYOYNAPHbLIN aUuna03 C UCXOAO0M B XPOHUYECKYIO MOYEYHYIO
HeA0CTaTOYHOCTb, TPebyloLLyo remoananmsa n/mnm
TPaHCNIaHTaUMKM NOYEK

Ha ¢oHe runepannnaemmm MmoxKeT pa3BUTbCA XPOHUYECKU
NnaHKpeaTuT



[MAKONEHO3 la TUTA

« TaKXe XxapaKTepHbl HOCOBble KPOBOTEYEHUA, OCTeoneHnsa, 0OCTeonopos,
CKNIOHHOCTb K rnepeiomam

- TaKXe BO3HWUKaeT renatomeranums (peme — C NeYeHOoYHOM

He,EI,OCTaTO‘—IHOCTbI-O), YaCTO a4eHOMATO3 NEeYEHMN, I/IN\EI-OLLI,I/II\/JI CKNIOHHOCTb
K 3/10Ka4eCTBEHHOMY NepepoKa4eHUO

« [le4yeHOYHbIe aIEHOMbI OTHOCATCA K TUMUYHbI OCNOXKHEeHNAM b | TMna
(06b0oMx BapmMaHTOB) U UX pa3BUTUE BO3MOXKHO B 1t06OM BO3pacTe,
O HAKO 0ObIMHO OHWM 0OPa3YTCA MEXKAY BTOPbIM U TPETbUM
AecATUNETUEM }KMN3HU € YacToTon oT 16 1o 75% n He 3aBUCAT OT Nona,
MOTYT ObITb €AUMHUYHBIMUN NN MHOMKECTBEHHbIMMU, NEPUOA
MAJZIMTHU3AUUN MOKET 3aHMMATb A0 28 neTt

« B noctnybepTtaTHbIM Nepmnoa Ha NepBbIK NAAH BbICTyNaeT
rmnepypuKkemms



[MAKONEHO3 la TUTA

« PAaHKOHU-NOAOOHbLIN CMHAPOM PA3BMUBAETCA PEeaKo,
N HapyleHne PYHKLUU NPOKCMMaNbHbIX KAaHANbLEB
NPOABNAETCA reHepanM3oBaHHOWM aMUHOALNAYPUEN,
dochaTypmen n NPOKCMMaNIbHbIM TUMTOM NOYEYHOTO
KaHa/IbLEBOro auuao3a 3a c4eT notepmn bukapboHaToB
C MOYOU

- MapKkepom NPOKCMMaNbHOUN ANCHYHKLUUU CNYKUT
NOBbILWEHHAA SKCKPELUa C MOYOU MUKPOTT0OYNInHa,
HO XapaKTepHaa anAa cuHgpoma PaHKOHM rNOKO3YypUA
OTCYTCTBYET, NOCKO/IbKY YPOBEHb MMIOKO3bl B KPOBM OYEHb
HU3KNU



[MAKONEHO3 la TUTA

- Kak npaBuno, PaHKOHMN-NOAOOHbIN CUHAPOM Pa3BMUBAETCA
y AeTen PpaHHero Bo3pacTta C HeAOCTAaTOYHO 3P PEeKTUBHOMU
MeTabonnyeckom KoOppeKLUMEN, a HOPMaIM3aLUmMa KOHUEHTPALMM
[/IIOKO3bl ObICTPO NPUBOAUT K IMKBUAALMUN NPU3HAKOB
ANCOYHKLUMMN NPOKCUMANbHbIX KAaHA/bLLEB,
N 3TO NOATBEPXKAAET BTOPUYHbIN XapaKTep NoYeyHbIX HapyLLUEeHNM

- Hedponntmnas n HedppoKanbLMHO3 U UHPEKUMA MOYEBLIBOAALLUNX
nyTen yaue HabaogatoT B bosiee cTaplem Bo3pacTe U B BO3pacTe
nocne 20 net peHanbHble ANCPYHKLUU PA3/IMYHON CTEMEHMU
Habntopatotca nodtn 'y 70% naumeHtoB ¢ b | Tmna

« Y HeKoTopbix 60/1bHbIX Pa3BMBAETCA JIeroyHaa rMnepTeH3mns
M Nporpeccmpyolan XpoOHUYECKYHO CepAEeUYHYI0 He0CTaTOYHOCTb



MAKOINEHO3 | TUMNA

- [oparkeHne ronoBHOro mo3ra (BcneacTesme NOBTOPHbIX
TAXKENbIX TMNOTMUKEMNYECKNX COCTOAHUIN) — onpeaenatoTt
N3MEHEeHMA NPU NPOBEeAEHNN TECTOB Ha BbICLUYIO HEPBHYIO
NeATeIbHOCTb U NPU NccNeaoBaHUN BbI3BaHHbIX C/TIYXOBbIX

NOTEHLMa/0B



MAUKONEHO3 | TUNA — ANATHOCTUKA

« B nnasme HaToLWlaK oTMeYvaeTca cHMxKeHune pH (a0 7,34 n Huke),
runornnkemus (0,6-3,0 mmonb/n), NoBbilLEHNE KOHLEHTPaL MK
nakrtata (3,0-10,0 mmonb/n), nosblleHUe coaepaHus
TpUranuepmnaos («xmnesHana» CbiIBOPOTKa), 06LLEero xonectepunHa,
a Takxe JINOHIM, IMHM, anonnnonpotenHos B, C n E, AJ1T, ACT,
W, nAr

« B mouye — runepypumkemus, yBenmyeHue coaeprKkaHma NaKTaTa,
2-0KCOrNyTapoBOM KNCNOTbI, AMKapboHoBbIX Kncnot (C6-C10),
2-MUKpornobynmnHa

- [lpu |l TMne I'b nocne npuema rnOKO3bl NPOUCXOANUT CHUXKEHMe
KOHUEHTpPaLUnn NaKTaTa B KPOBU, IMUKEMUYECKaAA KpMBaa nmeert
AnabetonogobHyto Gopmy: BbICOKMIM MUK NOABEMA U CHUXKEHUE
[0 UCXOAHOro YPOBHA B TeyeHMe 2 4aca



MAUKONEHO3 | TUNA — ANATHOCTUKA

« Y3 — 3HaunTeNbHOE yBe/InYeHUne obenx Aonen nevyeHu,
B OCOOEHHOCTU N1EBOMN, MAPEHXMMA NEYEHMU
rMnepaxoreHHa, No cTpyktype anddpysHo HeoAHOPOAHA
33 CYET MHOXXECTBEHHbIX MEIKUX TMNEepP3XOreHHbIX
9XOCUTHANOB C PABHOMEPHbIM pacrnpeaeneHmem no Bcemy
ob6bemy napeHxmmbl

« OTmevaeTtca ocnabneHne NPoOxXoXKAeHMNA YAbTPA3BYKa
B BUAE CHUXKEHMA YETKOCTU U306parkeHns ANCTaIbHbIX
Y4aCTKOB napeHxmmbl ot 1/4 ao 1/2 no rnybuHe opraHa,
4YTO 0COHOEHHO XapaKTepHO MMEHHO npu aTom Tune N



MAUKONEHO3 | TUNA — ANATHOCTUKA

« [TeYEHOYHbIN BUoONTaT — CHUXKEHUE aKTUBHOCTHU
[MMIOKO030-6-pocdaTasbl KaK B pa3pyLUEHHbIX,
TaK M B MHTAKTHbIX MMKPOCOMAaX NPU UCNONb30BaAHUM
[MIOKO30-6-pocdaTta nam nupodocdarta B Ka4yecTse
cybcTpaTta, rMCTOXMMUYECKN B BMonTaTax MbiLLL,
BbIABNAIOT HAKOMNJEHUE IMNKOreHa U OTCYTCTBMUE
[MIOKO30-6-pocdaTasbl



MAUKONEHO3 | TUNA — ANATHOCTUKA

« OcobeHHOCTbIO MOPPONOrMYECKOM KapTuHbl nevyeHn npu 6 la
TMNa ABNAETCA TUNMYHOE U3MEHEHME TeNaToUMTOB: OHN MMEIDT
BN, <PACTUTE/NIbHBIX» K/IETOK, FPAHULLbl UX YETKME, UMEIOT
LUITaMMNOBAHHbIN BUA, ONTUYECKM NYCTYIO LUTOMNAA3MY, HaCcTO
BAaKyO/IM3MPOBAHHOE N CMeELLEHHOE K nepudepun aapo

« B umMtonnasme renatounTtoB HabatogaeTca rnbibyaToe
pacnpeaeneHue rMnKoreHa, 4acto cKkanamBatoweroca B 60abLmnx
KOJIMYEeCTBax M OH BbIABNAETCA TaKXKe B BAKYO/IM3MPOBAHHbIX
AApax renaTtoumnToB

- BblpaxeHHaA 6enKoBas, a TaKKe MeIKo- U KpynHOKanebHas
XMnposaa ANcTpodus renaToumnToB C NX HEKPOOKMO30oM
N HEKPO30M



MAUKONEHO3 | TUNA — ANATHOCTUKA

« PeTMKynmnHoBble U KON1areHoBble BOJIOKHA, pa3pacTanch
Ha mecTe rmbenm renatounToB, 0OPa3yIOT OrPaHNYEHHbIE
dnbpo3HbIE OYAKKM B A0/IbKAX; HabtoagaeTcs
«Kanunnapusauma» cMHycongos u obantepauyumsa
X MPOCBETA

« BocnanutenbHble nUameHeHmna nnbo oTcyTcTBYIOT, INHO
OoTMe4YaeTca He3HauynTeNbHasA, NPENMYLLLECTBEHHO
MOHOHYK/1eapHasa MHOUNbTPALMA NOPTaIbHbIX TPAKTOB,
nx pnbpo3mnpoBaHmMe € pa3pacTaHNeM COeANHNTENbHOM TKaHU
N BHEeZpEeHUeM CenT B NAPeHXMMY OpraHa, 4to BeaeT
K NepecTponKe ero apXmMTeKToOHUKK, MO3TOMY BO3MOKHO
pa3suTue Ul




MAUKONEHO3 | TUNA — ANATHOCTUKA

- MoneKynapHo-reHeTU4YeCcKaAa AMAarHOCTUKA — BbIABNEHO
5 Hanbonee yactbix mytaumm reHa G6PC: Q374X, R83C,
D83V, G188R n 158Cdel n Bo3moxHO npoBeaeHmne
NO/IHOINO CeKBEeHNPOBAHUA reHa

- BO3MOXXHa npeHaTanbHaA AMArHOCTUKA NyTeM
nccnenoBaHmA buontata nevyeHu naoga (Ha cpoke 18-22
Heaenb) MeToaamm aH3MMmoanarHocTukn n 1HK-aHanusa



MAKONEHOS IB TUMNA

« [nnkoreHoBana 6bonesHb Ib TMNa — ayTocoOmMHO-
peueccnBHoe 3aboneBaHue, Bbi3biBaemoe AePnLmNTOM
MMUKPOCOMaNbHOro TPaHCMopTHOro 6benka Tl
(TpaHC/N10OKa3bl rNOKO030-6-pocdaTtasbi)

N aCCOLMMPOBAHHOE C U3DObITOYHbIM HAKOMJIEHNEM
[IMKOreHa HOPMaJIbHOM CTPYKTYPbI B MEYEHU, MOYKAX
N CNN3UCTON 0D0N0UYKE KMLLEYHUKA

« [MpnunHom Bo3HnMKHoBeHMA b |b TMNa asnatoTca mytaumm
reHa SLC17A4, Kognpyrowero MMKPOCOMasibHbIN
TPAHCNOPTHbLIN 6enok T1, YTo NPUBOAUT K ero
HEeA0CTaTOYHOCTM B NeYeHU, NoYKax, CIM3NCTOMN 060104Ke
KN EeYHUKa.

 [eHHbIN nokyc b Ib HaxoauTca Ha 11 xpomocome
(11923.3. 1 coaep*KMT 9 3K30HOB)



MAKONEHOS IB TUMNA

« 'b Ib TMNa BcTpeyaeTtca npumepHo y 20% naumneHToB BCeEX
60/1bHbIX IMKOreHo3om Tuna |

« HepoctaTtouyHoCTb 6enka T1 conpoBorKaaeTtca
HEeAO0CTAaTOYHOCTbIO [1IOK030-6-pocdaTasbl, MPUUEM
MUKPOCOMA/IbHbIN TPAHCMOPT MIOKO30-6-bocdaTta urpaet
onpeaeneHHy po/sib B aHTUOKCUAAHTHOM 3aLlLuUTe
HEUTPOPUIOB, a FreHEeTUYEeCKasas NOJIOMKA TPAHCNOKa3bl
MIOKO30-6-docPaTasbl BeAET K HApPYLLUEHUIO KNETOYHbIX
dYHKLUMIN, B YaCTHOCTU, aNonNTo3a, Yem obbACHAETCA
HenTpodpunbHaa ANCOYHKUMA N HEUTPONEHUA Y BONbHbIX
C rankoreHosom lb — cneundunyeckmm npmsHak 6 Ib Tnna,
KpoOMe TOro, 3T NaTo/IorM4eckme n3MmeHeHus moryTt bbiTb
CBA3aHbl C HAPYLWEHNEM TPAHCNOPTA MOKO3bl Yepes
membpaHy nonnmopPHoAAEPHbIX NTENKOLIUTOB




MAKONEHOS IB TUMNA

« NTOMNMO TEX KE KINHUYECKNX NPOABNEHUN N NabOPaTOPHbIX
N3MEHEHUIN, TUNUYHbIX ANA TNMNKOreHo3a la, XxapaKTepHbIMMU
npu3HaKamm rnnkoreHosa lb asnatorca Taxkenble
peunansupyrowme nHGeKUumn n BocnanntenbHblie 3aboieBaHUA
KULWEYHWNKA, YTO CBA3AHO C HAIMYMEM HENTPONEHUN
N ANCPYHKUUN HeUTpOodMNOB

« B otanume ot reHa roko30-6-docdaTtasbl, IKCNpeccma reHa
TPAHC/I0Ka3bl IMOKO30-6-bocdaTasbl NPOUCXOAUT HE TONbKO
B MeYEeHU, HO N B reMOMNO3TUYECKMX KNIETKax-npeaLllecTBeHHUKAX,
YTO TAKXKE MOKET C/IYKUTb 06 bACHEHMEM BO3HUKHOBEHUA
HEUTPONEHUN N YACTbIX UHHEKL MM

« Y HebonbLwon rpynnbl 60/bHbIX C I/TMKOreHo30M |b HerMTponeHmnn
HET, YTO, BO3MOXHO, CBA3AHO C MyTaLUMeEN TPAHC/I0KA3bl IMOKO30-
6-docPaTtasbl C pe3nayasibHOU TPAHCNOPTHOM aKTUBHOCTbIO



MAKONEHOS IB TUMNA

« XapaKtepHas ocobeHHOCTb 60/bHbIX MTMKOreHo30M |b — BbICOKaHA
4acToTa PAa3BUTUA BOCMANNTE/NbHbIX 3a60/1€BaHNI KMLLIEYHUKA
(KpoHONOAOOHbIN KONUT)

- Cpegun ero cCMMNTOMOB: INXOPaaKa, Anapesn, nepnopanbHbie
N nepuaHassbHble U3bA3BIEHUA, HO NPU 3TOM HET KOppenaumm
MEKAY TAXKECTbIO OCHOBHOTO 3a60/1€BaHUA U KULLEYHbIMM
CMMNTOMAaMM U TaKKe HE YCTaHOB/IEHO CBA3M MeXAY FreHOTUMOM
N Hann4Ynem HemTponeHuu, baktTepmanbHbIX MHPEKL MM
N CUCTEMHbIX OC/IOKHEHUM

« Taxenble UHPEKLMOHHbIE OCNOXHEHUA CBA3AHbI KaK
C HenTponeHmen, Tak n ¢ PyHKUNUOHANbHbIMU AedeKTamu
nonnMmopdHoAAEPHbIX HENTPOPUNOB U MOHOLMTOB, Uy AETEN
paHHero Bo3pacTa ¢ b |Ib 6bIBatOT YacTble OTUTbI, TMHTUBUTDI

n GypyHKynes



MAKONEHOS IB TUMNA

« PeaKo y 60s1bHbIX IIMKOreHo3om |b morkeT pa3sutbes
TEePMUHaNbHAA NOYEeYHaA HeJOCTaTOYHOCTb (B 3TUX
c/ly4asax HeobxoanMma TPaHCN/IaHTaALUMA MOYKN)

« B paHHOM rpynne 601bHbIX NOBbILLEHA YACTOTa
BCTPEYAEMOCTM AYTOMMMYHHbIX MOPaXKEeHUN WNTOBUAHOMU
enesbl U rmnoTnpeosa (a ana 60/bHbIX TMMKOreHo30M la
TMMNa NAaTONOMMA WNUTOBUAHOMN Kenesbl HEXapaKTepPHa),
NPY 3TOM Y HEKOTOPbIX 6O0/IbHbIX BO3MOXHO
COMYTCTBYHOLLLErO NOPAXKEHMA HA FTMMNOTaNamMo-
rmnopun3apHOM yPOBHE



MAKONEHOS IB TUMNA

- Mopdonornyecknme nameHeHuUsa COOTBETCTBYIOT TAKOBbIM
npu I'b la TNa, Np® MoNeKyNApHO-reHeTU4YeCcKoun
ANArHOCTUKe onpeaenatoT YacTble myTauum B reHe G6PT
(IVS7+1GT, W118R) 1 BO3MOXHO MOJIHOE CEKBEHMPOBAHUE
reHa

« YETKoro onmcaHua rmKkoreHo3o08 Ic u |d TMnoB nokKa HerT,
CYMTAETCA, YTO TUMN IMUKOreHo3a |c BO3HUKAET B pe3y/ibTaTe
HeAOCTaTOYHOCTU MUKPOCOMA/IbHOIO TPAHCMOPTHOrO
benka T2



NEYEHUETB | TUTNA

« OCHOBHbIM BMAOM NAaTOreHETUYECKOM TEPANUN ABNAETCA PEKMM
NMUTaHWA N AMETa, HanpaB/IeHHble Ha NnpeaynpexaeHune n 6opbby
C TMNOTNMKEMMEN, METADOIMYECKUM aLNa030M, KETO30M,
rmnepannuaeMmmnen, KoOppeKkuno HapyweHnm yHKLNOHANbHOIO
COCTOAHMA renaTobUAMaAPHON CUCTEMbI U XKENTYA0UYHO-KMULLIEYHOTO
TPaKTa

- BBmnay ocobenHocTten metabonmama npu 6 | Tuna cneayet
NPEeMMyLLECTBEHHO YBE/IMYNTL NOTPeb/IeHNA YINeBOoA0B U CHU3UTD
notpebneHmne }xmpa ANa KOppeKLUnN HapyLLeHNn amnmuaHoro obmeHa

- bonbuwoe 3HayeHne nwmeet opraHmsaumm ApobHOro NUTaHmA
C PaBHOMEpPHbIM pacnpeaesnieHnem /1IerkopacTtBoOpPMMbIX Yrneso0B
B Te4eHUEe CYTOK; C 3TON Le/Ibio KONNMYECTBO NPMEMOB NULLU
YBENMNYMBALIOT A0 6-8 pa3 B AeHb (BK/OYaA paHHMM 3aBTpaK B 6-7.00
M No3aHUM yxunH B 22.00), 4To Nno3BoAsET NoAAEePKMUBATb
HOPMOI/TMKEMMUIO



NEYEHUE B | TUMNA

Mpn KOHUEHTPaLUK [OKO3bl HUXKe 2,5 MMOAb/N A0NOIHUTENbHO BBOAAT 1-2
HOYHbIX KOPM/IEHUA

CneayeT UCNONb30BaTb CblPOM KYKYPY3HbIM Kpaxman nnm (nyyiue)
HeobpaboTaHHbIN MOANDULMPOBAHHBLIN KYKYPY3HbIN Kpaxman —
TaK Ha3biBaembit « WMHM20»

KYKYpY3HbIN Kpaxmas MMeLLLero CBOMCTBO MeA/IEHHO U HEMPEPbIBHO
pacLennaTbca Noj AeNCTBUEM NaHKPeaTUYeCKoM aMmmaasbl 40 INHOKO3bI,
4YTO No3BonsAeT 060MTUCL B6e3 YaCcTOro KPYrnoCyTOYHOrO KOPMIEHMUA

B cBA3M C 0COBEHHOCTAMU MONEKYASPHOIO CTPOEHUSA, YCBOEHME [/THOKO3bI
N3 KYKYPY3HOro Kpaxmana Bbille, Yem 13 KapTodpenbHOro, U ero HauymHatoT
MCNO/Ib30BaTb K KOHLUY 1-ro roaa »XnsHu pebexkKa

MpMmeHeHMe Kpaxmana No3BoasAeT A4OCTUYb U NOAAEePHKMUBATD
Y0BNETBOPUTE/NIbHYIO KOHUEHTPALUMIO [TF0KO3bl B KPOBM B CpegHeEM
Ha npoTaxKeHun 4,254 (ananasoH ot 2,5 A0 6 y)

an ocywectsneHUN PerynapHOro KOHTponAa rmmnkemmmt moxxet CHU3INTbCA CTENEHb
BOB/IEYEHHOCTU MOYEK B NATONIOTMYECKNI npouecc



NEYEHUE B | TUMNA

- CopeprkaHue nerko ycBamBaemblX yr/ieBo0B B paLuoHe
pebEHKa foNKHO cocTaBnATb 5-20% oT 0buwero cytToyHoOro
KO/ZIMYeCTBa YI/1eBOA0B MULLU, MPENUMYLLECTBEHHO 33 CYET
rntoKko3bl — B cpegHem 40-80 r rnoKo3bl B CYTKU

« B cBA3M CO CKNOHHOCTbIO BO/IbHbIX [NIMKOrEHO30M
K Pa3BUTUIO auMa03a U TUNepnakTaTeEMmMn cneayet
OrpaHNYNBATb MU MONHOCTBIO MCKNKOYATb U3 PALMOHA
caxaposy (nuuieBon caxap), PpyKTO3y M ranakTosy,
TaK KaK 3TK caxapa y naumeHTtos ¢ b obmeHmBatoTca
He A0 MIOKO3bl, KaK Yy 3[10POBbIX, @ A0 NAKTaTa, YTO MOXKET
ycyrybnaTtb nakrataumaos



NEYEHUETB | TUTNA

« B cBA3M Cc HapyLWEHNAMM PYHKLUN NEYEHU U KeNYeoTaeNeHnA Ha3HavyaeTca AneTy
Ne 5, nnieHHaa 3KCTPaKTUBHbIX BELLECTB, NPOAYKTOB, boratbiXx 3PprUpHbIMU
MacNaMn U OPraHNYECKUMMN KNCNOTaMU, KUPHbIX, OCTPbIX U NPAHbIX 6ato0A,
npuMnpas

« WUckntoyaroTca XKnposble NPoayKTbl (CIMBOYHOE M TONNEHOE MAcC/i0, CMETAHa,
C/IBKK), BOraTbl XONECTEPUHOM IMYHbIN 6eNoK, KOHAUTEPCKUE N3aenmns
C KpeMoMm, MArKaa caobHas Bbineyka

« OrpaHUYMBAIOT MU UCKAOYAIOT NPOAYKTbI, coAeprKalume GPyKTO3y M ranakTosy:
MULLLEEBOW caxap, LleJIbHOEe MOJIOKO M ero Npoun3BoHble, CoAepKaLlme MOOYHbIN
caxap (nakTo3sy), ppyKTbl (CBEXKUE U CyLLEeHble), KOpHENNoAbl, LUNUHAT, WaBe/ib,
BCE CNafiKMe KOHAUTePCKUEe n3aenuna, N10A00BOLLHbIE KOHLEHTPUPOBAHHbIE
COKU, GPYKTOBbIE BOAbI, Me/, BapeHbE, CUPOMbl, KOHPETbI, a TaKKe
MeANKaMEHTbI, CoAepKallme caxap

. ,ﬂ,]’lﬂ npeaynpexgeHmna passnUTA KETOAUNA03a MPOTUBOMNOKAa3adHbI MPOAYKTbl,
boraTbie cpeagHeuenoyevyHbimun Tpurnnuepmaamu (KOKOCOBOe MacC/10, HEKOTOpPblE
cneunannmanpoBaHHble CMeECU ONA SHTEPAJ/IbHOIO I'IMTaHMFI)



NEYEHUETB | TUTNA

- PekomeHO0BaHbl HEXXUPHbIE COPTa MACA U Pblbbl, BCe KPYnbil,
MaKapOHHble n3aenunsa, AndHbi 6en10K, MON0oKO, Kedup, MorypThbl
XUPHOCTbIO He bonee 1,5%, o6e3KnpeHHbIN TBOPOT, HEOCTPbIW CbIp
XUPHOCTbO 5—10%, noacyleHHbIN NWEeHUYHbIN X1eb, cyxme
HecnaKue ranetbl, CNagoCcTu, NPUroTOB/IEHHbIE Ha INOKO3e, GPYKTbI
N OBOLWMN, CoAeprKallme CPaBHUTENbHO HEDOIbLLOE KOIMYECTBO
dpYKTO3bI (MUMOH, 3eneHble ABNI0KK, KNOKBA, 3eMNAHUKA, 0b1enmxa,
KapTodesnb), Bce BUAbI KanycTbl (6enokavyaHHY0 — YMEPEHHO), Orypubl,
TOMaTbl (OrpaHMUYEeHHO), TbiIkBa, KAOaYOK, MATUCCOHbI, BaKknarkaHbl,
JIYK-nopewu, oropoaHan 3esieHb (orpaHn4YeHHo), GPYKTOBbIE COKMH,
pasbasneHHble Ha 1/2 KunsyeHol BOAON, HEKPENKUIA Yald, OTBapbI
N MOPCbl, MPUTOTOBNEHHbIE N3 pPa3pelleHHbIX PPYKTOB U AroA
c nobaB/IEHNEM [NIOKO3bl, PaCTUTENIbHOE MAC/I0 (NOACONHEYHOE,
KYKYpY3HOe, IbHAHOE, COeBOe, ParncoBOe, TbiIKBEHHOE) B KO/IMYECTBE
3-4 4.n. B AeHb (o6aBNATL HENOCPEACTBEHHO B 6at0aa)



NEYEHUETB | TUTNA

« [loKa3zaHO NpUMEHeHUE HU3KO- U 6e31aKTO3HbIX CMeceu
anAa NutaHuAa aeten 1 rona **M3HM Ha MOZTIOYHOM N COEBOM
OCHOBE, CMEeCU ANA IHTEPaNbHOIo NUTAHMUA, JINLLEHHbIE

NAKTO3bl U HE CoAeprKalume cpedHeleno4YeyHbixX
TPUIULEPUAOB

« MHTEHCUMBHOCTb NOCTYNAEHUA NUTATENbHON CMECH
onpeaensieTca CKOPoCTbo PU3INONOTMYECKOM NPOAYKLNN
[1IOKO3bl MeYeHblo: B M1aleH4eCKOM BO3pacTe OHa
cocTtasaaeT npumepHo 8-10 mr rtoKO3bl/Kr B MUH



NEYEHUETB | TUTNA

[MpMmeHeHne BUTAMNHOB, MMHEPAJ/IbHbIX BELLLECTB
N BUTAMUHHO-MMUHEPANbHbIX KOMMNEKCOB — MN3-33 PECTPUKTUBHDIX
AVET No psaay MUKPOHYTpueHToB (ocobeHHo npu b | Tun)

Koppekuuto TybynsapHbix pacctponcts (MAMNP), octeonoposa,
YCTPaHEeHMUEe 3aCTONHbIX ABNEHUN B XKENYHOM NY3bIpe,
renaTonpoTeKTOpPbI, IMNOTPONHbIE BELWECTBA

[Mpn BO3HUKHOBEHNN METabo/IMYeCcKOoro aumao3a ABASETCS
BHYTPMBEHHOE BBEAEHME LLLEIOYHbIX PaCTBOPOB HATPUA
rmapoKapboHaTa

Y B3poc/ibiXx 60/bHbIX NPU HEePpPOKa/bLMHO3E

N HeppoanUTMA3e NO NOKA3aHMAM BbINO/IHAIOT YPECKOXKHYIO YAapHO-
BOJIHOBYIO IMTOTPUICUIO UU XMPYPrUYECKoe NeyeHune, npu passutmu
rmnepypmkemmnm HeobxoamMmo NPUMeHATb aNJIoNYyPUHON,

Npu obHapy*XeHUN CTOMKOro NOBbILLEHUA YPOBHA XxonectepuHa (bonee
8-10 mmonb/n) — cTaTUHDI



NEYEHUETB | TUTNA

« [paHynoumnTapHbIN KonoHUecTumynmnpytowmnim pakropa (M-KCP) —
NO3BO/AET BOCCTAHOBUTb PYHKLMM KPACHOTO KOCTHOIO MO3ra,
CKOPPEKTUPOBATb HENTPOMNEHMIO, CHU3UTb CTEMNEHb TAXKECTU
H6aKkTepmanbHbIX MHPEKLMUW, BOCMANNTENIbHBIX U3MEHEHUN KULLEYHMKA
N MeTaboNnYecKnx HapyLLIEeHUN, YIy4LIMB TEM CaMblM NPOTrHO3
3aboneBaHuA

« [Mpun neyeHmnmn BocnannTenbHbix 3abosieBaHMM KULLEYHMKA 3 PEKTUBHA
KombuHauma MN-KCP n npomnssogHbix 5-ACK, HO npu oTcyTCcTBMM yCnexa
NoKa3aHa buonornyeckan Tepanma, B HaCTHOCTM, MOXKET UCMO/1b30BATHCH
agannmymab (pekombrHaHTHble YenoBeYeCcKne aHTuTena K paktopy
HEKpPO3a Onyxonen)

« [NIOKOKOPTUKOMAHAA Tepanmua B HE MOKa3aHa, Y4nTbIBasA cTepona-
NHAYLNPYEMBIN [NTMKOTEHO/IN3 N BO3MOMKHOCTb yCyrybneHums
NaKTaTaumzao3a U runepannuaemmm, a NpUMeHeHMe MMMYHOCYNPEeCcCaHToOB
NPUBOAMUT K YCUSTEHUNIO HENTPOMNEHUMN



NEYEHUETB | TUTNA

« Y 60NbHbIX TNMNMKOreHo30M |b MOXeT BO3HUKHYTb
HeobxoAMMOCTb B NPOBEAEHUN TPAHCN/IAHTALUUU NeYeHM
AN npeaoTspaweHns MaamrHn3aumm ne4YeHoUYHbIX
aZleHOM, a TaK»Xe B C/ly4ae BO3HUKHOBEHMUA TAXKEN0N,
pePpPaKTEPHON K NEeYEHUIO TMNOMNMNKEMUM

« TpaHcnaHTaUMA KOCTHOro Mo3ra —
NPU XU3HEYIPOKAOLWMNX OCTOKHEHUAX, CBA3AHHbIX
C HEUTPONEeHUen n TpombounuToneHmnemn

 [1pn aTom HabAoAaeTCa y/IydLLIEHMNE N PEerpeccus
CMMNTOMOB, COMPAMKEHHbIX C BOCNA/IUTENIbHbIM
3aboneBaHnem KMLLEeYHUKa



AMUITIONAOO03
(MKB-10 — E85 — AMuaonao3s)



AMUNNIONOO3

370 rpynna 3aboneBaHUM, OTINYNTENBbHBIM MPU3HAKOM
KOTOPbIX AB/AETCA OT/IOKEHMNE B TKAHAX U OpraHax
dnbpunnapHoro rmmkonpoTenga amuaonaa

« OCHOBHbIM GaKTOPOM reHe3a aMmnaoua03a ABJISETCH
obpa3oBaHMe B 60/IbLLIOM KOIMYECTBE HECTAOUNbHbIX
6enkoBs-npeawecTBEHHUKOB, 0OpPa3yOLWMX arperaThbl
c obpazoBaHnem amuaonaHom eubpunnbl



AMUNNIONOO3

 [lpn 3TOM OCHOBHOE 3Ha4YeHNE UMEET aMUNOUAONEHHOCTb
OCHOBHOTr0 benKa-npealwecTBeHHMKA aMnuaonaa,
cneumPmnYHoro ana Kaxkaom ¢opmbl ammaonaosa

« AMMNIONAOrEHHOCTb ONpeaensieTca U3SMEHEHUAMM
B NEPBUYHON CTPYKTYype benkoB-npelecTBeEHHUKOB,
YTO MOXKeT ObITb 3aKPENNEHO B reHETUYECKOM KoAe
AN NPUOBPETEHO B TEYEHUE }KU3HU

« [lna peannsaumm aMmaonaoreHHoro noTeHumana benka-
npeawectBeHHUKa (SAA-6enok npn AA-amunounaose u A,
K-nerkme uenu ummyHornobynmHos npu AL-ammnnonao3se)
Heobxoanmo BO34eNCTBUE BHELIHUX GaKTOpOoB (npexKae
BCEro, BocnajsieHne — MMMYHHOE I MHPEKLMOHHOE),

a TaKXe BO3pPacT 1 PU3IUKO-XMMUYECKME YCNoBUA in situ



AMUNNIONOO3

« CylwiecTByeT HECKO/IbKO TUMOB aMn0Maa, 1 BO BCEX
Ha3BaHUAX TUMNOB ammnaonaa nepsouv bykBou
ABAAeTcA nponucHaa bykBa A, 03Ha4arowasa cC1oBO
«amuiona», 3a Hem cneayet obo3HavyeHume
KOHKpeTHoro pubpunnapHoro benka ammnonaa-A
(ammnomngHbin A-npotenH — serum amyloid A —
ocTpoda30BbI BENOK, CUHTE3NPYIOLWLMMNCA NEYEHbIO
B OTBET Ha BocnaseHue) unu L (nerkme uenwm
MMMYHOTNobyIMHOB)



AMWIONAO03 NEYEHU

« AMMNIONA03 NeYEHN BO3HMKAET NPM reHepaim30BaHHOM
aMnIonao3e Kak OC/I0OKHEHUU Pa3INYHbIX 3ab60neBaHNI
— ayTOMMMYHHOM (peBMaTOUAHbIN apTPUT)

N MHPEKUMOHHOM npupoabl (TybepKynes, ocTeEOMUENTUT) —
TaK Ha3blBaeMbIN «BTOPUYHbIK aMUNONO03»
(AA-ammnnonaos3 — acquired) — BTOPUYHbBIN aMUI0ONA03,
BbI3BaHHbIN rMnNepceKpeumnen neyeHbto benka ocTpou
da3bl anbdPa-rnobynnHa B OTBET HAa XPOHMNYECKOE
BOCMaJieHne

- KpalHe peiko BO3HWKAET N30/IMPOBAHHbIN (NOKanbHbIN)
aMnION403 NevYeHu



AMWIONAO03 NEYEHU

« AMMIONA03 NeYeHn BCTpeYyaeTca TaKKe npu bonee
peakon Gopme UamMonaTu4ecKoro reHepaim30BaHHOro
amunonaosa — AL-ammnnonaose, KOTOPbIN paHbLUe
Ha3blBaaACA «NEePBUYHbIM aMUNONO030M»
AL-ammnnonao3s (immunoglobulin light chains derived)

« [MopakeHne neyeHn Npu 3sTUX opmax ammaomnao03a
BO3HMKaeT npaktmyeckn B 100% (no HeKOTopbIM
CTAaTUCTUYECKMM AaHHbIM — TONbKO B 68%)



AMWIONAO03 NEYEHU

« 1nA BTOPUYHOIO CUCTEMHOTO aMMI0UA03a XapPaKTePHO
Ha4ya/ibHOE OT/I0XEeHMEe aMUIonaa
B NepUCMHYCOMAaNbHOM NPOCTpaHcTBe [lucce LeHTPOoB
[10/1eK, 3aTeM NPOUCXOAUT NOCTEeNeHHoe
pacnpocTpaHeHne ammnaonaa Ha nepmdepuio

. ﬂpM Haci1e44CTBeHHOM aMnionao3e OT/10 - XeHUA

amuaonaa Hanbonee BbipaXKeHbl B COCyAax U CTPOME
NopTa/ibHbIX TPAKTOB



AMWIONAO03 NEYEHU

« cxoaa n3 nokanmsaumm ammnonga BblaenatoT Tpu
TMCTONOINMYECKUX TMNA NeYeHOYHOro ammnongosa: | tmn —
MHTpanobynapHbin; |l TN — nepunopTtanbHbiv K Il TN —
NepUBaACKY/IAPHbIN; BO3MOXKEH TaKXKe CMeLLlaHHbIU
BapUaHT

« AMMaouna npm MHTPanobynsapHom Tune caaBamMBaeT
n pedpopmupyeT neyeHoYHble basiku, YTO NPUBOAUT
K MX atpodmnmn, a otaenbHble rpynnbl renaToumnuTos
3aMYpPOBbIBAOTCA aMUIOUAO0OM U PA3PYLLUAOTCA

« [lpu ll n lll TMINAXx amnunonaosa nedyeHU nev4yeHOYHbIE
NOIbKU COXPaHeHbl, ammnnona oTKknaablBaeTcAa B cocyaax
N CTPOMeE NOPTa/IbHbIX TPAKTOB



AMWIONAO03 NEYEHU

« [1pn nopaxkeHnn nevyeHun npu AA- n AL-tunax ammnonaosa
0b6bIYHO MMEET MEeCTO YMEPEHHOE yBe/IMYEHME OpraHa
n 3-4-x KpaTHOe NoBbileHNe GepPMEHTOB X0J1ecTa3a
(y-rntoTammnnentnaasbl U Wweno4yHom pocdatasbli)

« 3HauynTenbHo pexe (y 15-25% 60nbHbIX) BO3HUKAET
TAXKes0e NopaxKeHUe NeYeHm C BblPaArKEHHOM
renatomeranmeu (15 cm u 6onee no gaHHbim KT)

N pa3BEPHYTbIMU NPU3HAKAMM TAXKENOrO X0NeCTa3a,
4yTto Honee xapakTepHo Ana AL ammnonposa



AMWIONAO03 NEYEHU

« HecmoTpsa Ha BbipaXeHHYIo renatomerannto, PyHKLUmMA
NeYyeHn Yalle BCero CoxXxpaHeHa, XoTa B peAKUX cnyyasax
Pa3BMBaETCA BHYTPUNEYEHOYHasa NopTanbHas
rMnepTeH3ns, acumnT, BbipaXKeHHaA KenTyxa
n popmunposaHme LM c npuaHakamu ne4eHOYHOU
HEeAO0CTaTOYHOCTH



AMWIONAO03 NEYEHU

« *entyxa npu amunongose MmoxKet bbiTb 0b6ycnoBieHa
NeYyeHOYHO-K/IeTOYHOM HEeA0CTaTOYHOCTbIO
M BHYTPUMEYEHOYHbIM XO/1eCTa30M

« BO3MOXKHO pa3BuUTUE BHYTPUNEYEHOYHOM
OOCTPYKTUBHOMN KENTYyXn Ha POHE NEPBUYHOTO
aMmnnonao3a ne4yeHn — B 3TOM C/Iy4ae B KIMHUYECKOW
KapTuHe npeobnanatoT ABNeHnA bunnapHomn
0b6CTPYKUMM (CMABbHBIN KOXKHbIN 3y, aXONNYHbIN CTY/,
BbICOKUIN YpOBEHb bBUAnpybunHa, XxonectepumHa
M GepMeHTOB X0J1eCTa3a B CbIBOPOTKE KPOBU



AMWIONAO03 NEYEHU

[Tpn HEKOTOPbIX BapuaHTax cemenHoro AL-ammnnonao3sa
OMUCaHbl TAXeNble CMOHTAaHHbIe BHYTPpUNeYeHo4YHble
KpoBOTe4YeHunA

YBennyeHume cene3eHKn B CBA3M C OTI0KEHNEM aMNI0ONAA
BO3HUKaeT y bonblMHCTBA 6ONbHBLIX N 0ObIYHO
COMYTCTBYET YBE/IMYEHUIO MEYEHHU

CnneHomeranma MoXeT CONpoBOXKAATbCA
GYHKUMOHAIbHbIM TMMOCNAEHU3MOM, YTO NPUBOAUT
K TpomboumnTo3y

PeaKkmum nposBneHnem ammaonao3a ceneseHku boisaer
ee CNMOHTaHHbIN Pa3pbIB



AMUNNIONOO3

 NopaxKeHune apyrux opraHoOB NULLEBapeHUs HabnoaatoTcs
npu ammunonaose 8 70% cayyvaes, NpuUY4EmM y 60nbHbIX AL-
n AA-TUNnamun ammnaonao3a 4actoTa NopaKeHna Tex
UNN NHbIX oTaenos KKT pasnnyHa

« Y 25% 60nbHbIX NEPBUYHBIM aMUIONA030M OTMEYALOT
aMuiongHoe nopaxkeHue nmuesoaa, NnpoasaatoLLeecs
NnPeMmyLLeCTBEHHO Ancharnen, KOTopaa MoXKeT bblTb OAHUM
M3 PaHHUX CUMNTOMOB 3ab60/1eBaHUA

 [MoparkeHune Kenyaka n KNWevYHUKa MOXKeT NPOoABAATbLCA
N3bA3BIEHUAMU N NepdopaLMenN NX CTEHOK C BOSMOKHbIM
KPOBOTEYEHMEM, a TAKXKe NPenniopru4eckon obcTpyKumemn
Xenyaka uam mexaHM4yeckom KULWEeYHOM HeENPOXOANMOCTbIO
N3-3a OT/IOKEHUA ammnaouna



AMUNNIONOO3

 [1pn NopaXeHNmM TOHKOro KNLLIEYHUKA BO3MOXKHO
(BCTpeyaeTca cpaBHUTENBHO PeAKo) pa3BUTUE CUHAPOMA
Manbabcopbummn, ocobeHHO Npu NPMCoeaNHEHNM
BTOPUYHOM 3KCCYAATUBHOM 3HTEPONATUMN

 [penmyLlecTBEHHOE NOpPa*KeHMe TONCTOM KULWKU MHOTAa
BbI3bIBAET NOABNEHUNE KIMHUYECKNX CUMNTOMOB,
MMUTUPYIOLLMX A3BEHHbIN KOAUT



AMUNNIONOO3

 [MopakeHne novyek — BeayLWwnUn KNMHNYECKNN MPU3HAK
AA n AL ammnnonaosa

 Mpn AA TMNe amnaonao3a NoYKkn b6biBatOT BOBAEYEHDI
B MATONOTMYECKUN NpoLLecC NPAKTUYECKN Y BCEX
60NbHbIX

 Mpun AL-Tnne HedponaTuto BbiasnAaoT y 80-90%



AMUNNIONOO3

« 1nAa BTOPMYHOTO aMmnI0MA03a XapaKTePHO bosiee paHHee
Hayano, Yem Npu NepBUYHOM (cpeaHnin Bo3pacT
3aboneswnx okono 40 u 65 net, cooTBEeTCTBEHHO)

« [Mpn aTom 80% 60/bHbBIX OOpaLlaeTca K Bpayy
B Nepnoa BOSHUKHOBEHUA NPOTENHYPUU
N HePPOTMYECKOTOo CUHAPOMA, PA3BUBLLUXCA NOC/E
NJINTENIbHOTO TEYEHMA KaKoro-1Mbo XpOHUYECKOro
BOCMNa/IMTeNbHOro 3aboneBaHnUss — peBMaToOMAHOIO
apTpuTa, Tybepkynésa, nepnoamnveckom 6o0ne3Hmn u ap.

« OCHOBHOM *an1060M TaKMX BONbHBIX ABNAIOTCA OTEeKU
PA3/IMYHOMN BbIPAXKEHHOCTU M CUMMNTOMbI
npeapacnosiaratolero K ammnonaosy 3aboneBaHus



AMUNNIONOO3

« OCHOBHOM *an1060M TaKMX BONbHBIX ABNAIOTCA OTEeKU
PA3/INYHOM BbIPAXKEHHOCTU N CUMMTOMDbI
npeapacnosaratolero K ammaonaosy 3abonesaHus

« Y 60/IbHbIX 4YaCTO MOMKET OnpeaenaTbca cyxasa, bneaHas,
dapdopoBan KoXKa, a TaK¥Ke MaKpornoccmsa



AMUNONA03 — AUATHOCTUKA

Y3U n/unun KT 6proiHom nonoctn, pnbpoKoIoHOCKONUS

OnpeaenatoTca HapyLweHna GYHKUUN NeYeHN N APYrmx
OpraHoB, B KOTOPbIX OTKNaAblBAaETCA amuaon

[eHeTUYeCcKne nccnenoBaHmUA

KoHueHTpauusa 6enka SAA (npn AA-ammnnonaose)



AMUNONA03 — AUATHOCTUKA

« Hanbonee To4HbIM METOAOM AMNATHOCTUKU
aMMNoMNa03a Kak reHepasIM30BaHHOro 3aboseBaHuUA
ABNAAETCA OOHapy*KeHne amuaomnaa (C NOMOLLLbIO
creLumasibHOro oKpawmBaHuA) B buontaTe
(nccnepyetca cnnsmnctas o60n104Ka TOLEN,
NBeHaAUaTUNEePCTHOWU, NPAMOMN KULLKN)

« Mcnonb3yeTcs acnmpaumoHHON buoncma NoAKOKHOM
XUPOBOW KNETYATKU, CIN3NCTON 0DOI0YKU AECHbI,
buoncum cnroHHbIX XKenes, ryd



AMUNONA03 — AUATHOCTUKA

« Pewatowee 3Ha4YeHne ana AMarHOCTUKU
aMmuniongo3a neyeHn nmeeT NyHKLMOHHaA buoncus
neyeHu

« AMunouna obHapy*KmBaeTca B BUAE TOMOTeHHbIX
MACC, OKPALLIMNBAKOLLMXCA KOHIO KPAaCHbIM
B PO30BbIN LBET

 [lnarHos ctaHOBUTCA B6osiee A4OCTOBEPHbIM
npu o 4HOBPEMEHHOM BbIABIEHUU aMUIonAa
B MeYyeHUu, KNLWLeYHnKe, AecHax



AMUNONA03 — AUATHOCTUKA

- Hanbonee cneynPuyHbiMu ana ammaonaa
OKa3bIBAlOTCA €ro aHM30TPONMA N ANXPON3IM NOCE
OKpalUMBaHUA KOHIO KPACHbIM UAUN KPACHbIM
Cupunycom

- CneumdPunyHa TaK*Ke BTOpMYHaA datoopecueHLUUs
amunonaa B y1bTpadmMoNeToOBOM CBETE NOC/E OKPACKM
TModpnasmHom T nam S

- BaXXHoe 3Ha4yeHune anAa YTOHHEHWNA NOKa/IN3aUNN
dMNZ1I0UOa U CTEMNEHU NOPaKEHNA TeNnaTounToB MUMEET
INNEKTPOHHO-MUKPOCKROMMNYECKOE NccneagosaHueE



NEYEHUE AL-AMUNTIOUAO03A

- C uenbto nogasaeHma npoandepaumm KJAoHa
NNa3MaTUYECKUX KNETOK A1 YMEHbLUEHMNA NPOAYKL MM
NEerkmx uenem MMMyHornobyanMHOB NPUMEHSALOT
mendanaHa B codetaHum ¢ N'KC B TeyeHMe He meHee
12 mecaueB (cneayeT y4nTblBaTb MUENOTOKCUYECKUE
CBOMCTBA mendasaHa, YTO MOXKET NPUBECTU NPUBOASA
K Pa3BUTUIO OCTPOro IENKO3a UAN MUenoancnaasnmn

- B nocneaHue Bpems NpMMeEHAOT MHIMOUTOP NpoTeacom
bopTe3omunb, a TakKe BBeAEeHME ayTONOTMYHbIX CTBOOBbIX
knetok (CD34+) Kposwu



NEYEHUE AL-AMUJTONO03A

- bopTesomnb — npoTnBoonNyxonesBbIW Npenapar,
KOTOPbIM aKTUBHO UCMONb3YyeTCcA A1A IeYEeHUA
MMNENOMbl, OH 0BpaTUMO MHTNBUpyeT
XMMOTPUNCUHONOAODOHYIO aKTUBHOCTb NPOTEacoMbl
26S (KpynHbi 6e1KoBbI KOMMAEKC, KOTOPbIN
KaTaAM3npyeT pacLuensieHmne oCHOBHbIX benkos
N PEryanpyeT Ux BHYTPUKAETOYHbIE KOHLLEHTpaLuK)



NEYEHUE AL-AMUNTIOUAO03A

« AYTO/IOrMYHbIE CTBOJIOBbIE KNETKM MOJIy4atoT METOA0M
nenKadepesa Kposm 601bHOIro Nocae npeaBapuTe/ibHOM
NX MOBMNN3aLMM U3 KOCTHOIO MO3ra Nnoa, BIMSSHUEM
BBEAEHHOro U3BHE rPaHyN0LUMNTAPHOIO
KOIOHNeCTUMynmpytouiero paktopa

« [1pun ctporom noabope 60NbHbIX C UCKAIOHEHMEM

NPOTUBOMOKAa3aHUM K 3TON Tepanuun adPeKT noayvator
y 60% 60nbHbIX

« lapatymymab — MOHOK/IOHaNbHOe aHTUTEeNo K CD38*

HaunoHanbHble KAMHMYECKME peKomeHaaumm «AnarHoctuKka u nedeHune AA-u AL-ammnnongosa». M.,2014 *Strouse, C., et al. Approach to a patient with
cardiac amyloidosis. J Geriatr Cardiol 2019;16(7):567-574



NEYEHUE AA-AMUNTONAO3A

« AKTUBHOE NevyeHne nepBUYHOro 3aboneBanHms,
Bbl3BaBLLUEro ammaonaos (o158 nogaBneHms
BO3pPACTalOLLEN NMPU BOCNANEHUN NMPOAYKLNM
benKka-npegliecTtseHHUKa SAA)

 MMpumeHaeTcs KONXUUUH (MHTMBUTOP
ocTpoda30BOro cMHTe3a benka npealecTBeEHHUKA
SAA, bnhokupyeTt obpasoBaHue
amuiongyckopsatowero Gakrtopa n TOPMO3UT
obpa3oBaHue ¢ubpunn ammnonaa) no 1,8-2 mr/cyt
NOKMU3HEHHO



NEYEHUE AA-AMUNTONAO3A

KonxuumH Hanbonee apPpekTnBeH y 60/1bHbIX

C nepunoanyeckon bonesHbto, Npu APYrmx NPUYNHaX
PAa3BUTUA aMUION03a BANAHUE KONXULUMHA HE CTOb
OYEeBUAHO

MpumeHseTca TakxKe gumeTuacynbdoKeuna (Bbi3biBaeT
pe3opoLUMI0 aMUNOUAHbBIX OT/IOMKEHMUIM) B BbICOKMX A03aX
(He meHee 10 r/cyT)

HaunoHanbHble KAMHMYECKNE peKoMeHAaunmn «JuarHoctnka n neyeHune AA-n AL-ammnongosa». M.,2014



NEYEHUE AA-AMUNTONAO3A

« Toumnnszymab, MOHOKJIOHAaNbHOE AaHTUTENO
K MHTEPNENKNHY-6, OKa3aN0Cb 3PPEKTUBHBbIM B CHUXKEHUM
VYPOBHSA UUPKyAupytoero 6enka SAA

« ONPOAMN3aT — 3TO HU3KOMOJIEKYNAPHAsA MOJIEKYNa,
Noxo’Kasa Ha renapaHcy/bdaTt, KOHKYPEHTHO CBA3bIBAACH
C IMUKO3aMUHINIMKaHaMU, UHTMBMPYET NOIMMEPU3aLUIO

aMmunongHbix pnbpunn n npegoTspallaeT ctabmnansayunto
OT/IOXKEHUN amnunounaa



NEYEHUE AA-AMUNTONAO3A

« CTaTUHbI — NyTéM cneunduryeckom 61OKMPOBKU
dapHe3nnTpaHchepassl

- [enapuH — pa3pyLiaeTt cTabnansmnpyrowme cBA3N Mmexay
[NMUKO3aMUHIIMKaHaMU U SAA B OT/IOXKEHUNAX amMmnaonaa

KaKk gononHutenbHana Tepanusa: dubpunnekc

(HM3KOMONEeKyNApPHbIN cynbdaT) — cnocobcTByeT pe3opbunm
N pa3pyLleHnto amuaonaa

JibiceHko (Kosnosckasn) /1.B., Pamees B.B., Moucees C.B. KaMHnyeckne pekomeHAaunm no AMarHoCTMKe U NeYeHUI0 CUCTEMHOro ammnaonaosa. KamHuyeckas

dapmakonorua u Tepanua 2020;29(1):13-24. PesHuk E.B. U gp. AMUIONA03 CEPAOUA: B3r1A4 TEPAMEBTA U KAPAUONOTA. The Russian Archives of Internal Medicine
2020;6:430-457



B/IATOAAPIO 3A BHUMAHUE!
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