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Hepuuunt Kucaon chuHrommennHassl — peKkoe HacaelcTBeHHoe 3ab0/eBaH1e, BO3HMKaloLee B pe3y/ibTate HeA0CcTaToy-
HOCTU pepMeHTa KMC10kM COUHroMuemHasbl Beaeacteme mytaumii B reHe SMPD1. CHuXeHue aKTMBHOCTH pepMeHTa rnp1Bo-
ANT K HAKOIJIEHMIO B JIN30COMax cuHrommennHa. s 3aboseBaHUs XxapaKTepHa LMPOoKas BapnabesibHOCTb KITMHUYECKNUX
MposiBAEHMI — OT MHPAHTUIIbHOM HerpoBucLepabHon GopmMbl (601e3Hb HumaHHa — uka TMna A), conpoBoXaatoLencs
TS)KEION BbICTPONPOrpeccUpytoLlen HenpogereHepaLunen, 40 XPOHMYECKON BUcLepabHON ¢opmbl (601e3Hb HumaHHa —
lMuka TMna B), npoTeKatoLyen npakTMiyecku 6e3 BOBIEYEHNUS LIeHTPaIbHON HePBHOM cucTeMbl. OTAE/bHO BbIAENAETCS TaKKe
MPOMEXYTOYHbIN GEHOTUIT — XPOHUYECKas HerpoBUcLiepasibHas popma (6o1e3Hb HumaHHa — Muka tuna A/B), codeTarolyas
B cebe rposB/eHns 06enx aTuX GopM — KaK BUcLepasibHble, TaK U HEBPOJIOrMyeckue. TedeHne 3ab60o1eBaHns, KaK npasuiio,
HOCHT [POrpeccupyoLmit MysbTUCUCTEMHbIN XapaKTep U3-3a HaKoMaeHnss COUHroMmenHa B KieTKax MOHOLMTapHO-MaKpo-
GarasibHONM CUCTEMBI, @ TaKXKe B K/IETKax APYrux TMNoOB, Harnpumep renatoLuTax.

Knro4yeBblie cnoBa: 60s1e3Hb HumaHHa — [Tuka TMnoB A 1 B, gepuunt Kucaon couHrommenmHassl, 1M30COMHbIe 60/1€3HU
HaKorieHus

Ansa untupoBaHus: Bawakmaase H.[., ypkosa H.B. Cemb BonpocoB 0 60ne3Hn HumaHHa — uKa. Borpockl coBpeMEH-
Ho# neguatpumn. 2023;22(6):572-576. doi: https://doi.org/10.15690/vsp.v22i6.2702

1. YTO TAKOE AEOULIUT

KUCNOH COUHIOMMUE/UHA3DI

(BOJIEBHb HUMAHHA - MUKA)?

Jednunt Kucnom cOUHroMmMennHasbl, WK, Kak WUCTo-
pUYecku ero HasblBatoT, 601e3Hb HumaHHa — lMuka (BHM)
TunoB A, A/B n B — peaKoe nporpeccupyiollee 3abonesa-
HWE U3 rpynnbl TM30COMHbIX 6ONE3HEN HAKOMNEHUS, 06Y-
C/IOBNIEHHOE HEefOCTaTO4YHOCTbI0O hepMeHTa KWUCIOW CPUH-
roMuenuMHasbl BCneacTBue Mytauumn B reHe COUHIOMUENUH
docdoaunactepasbl 1 (SMPD1) [1].

CHMXEeHMe aKTMBHOCTM 3TOoro depmeHTa npuBoauT
K HaKonneHuio cOnuHroMmennHa B IM3ocomax Mmakpobaros
C BTOPUYHBIMWU U3MEHEHUAMMU B XONIECTEPUHOBOM OOMEHE.
HakonneHune nunuaoB B MaKkpodarax (Knetkax HumaHHa —
lMnKa) NponcxoauT NpemMMyLLEeCTBEHHO B Cele3eHKe, neye-
HW, NIErKMX U TOJIOBHOM Mo3re [2].

Nato D. Vashakmadze? 2, Nataliya V. Zhurkova?

B 1914 r. Hemeukun neavatp AnbbepT HumaHH onwucan
pe6eHKa U3 CeEMbW EBPEEB-alLKEHa3N, UMEBLLErO NPOrpeccy-
pyloliee nopaxeHue LeHTpanbHOM HepBHOM cucTembl (LIHC)
W renatocnieHoMeranuto, KoTopble MPUBENN K ero CMepTu
B Bo3dpacTe 18 mec. B 1922-1927 rr. lioasur MuK nposen
naToNoroaHaTOMMYECKOE UCClefoBaHWe AeTeN, YMEPLMX Ao
3-neTHero Bo3pacTta, C renatocrnjiieHoMerannen, UMeBLINX
B aHaMHe3e nporpeccupytolee nopaxenune LIHC. OH Bbigenun
60ne3Hb B OTAENbHYIO KIMHWUYECKYIO €AUHNMLLY U Ha3Bas HOBbIN
CMHAPOM <IMMOMAHOKIETOYHAs crieHoMeranus» [3—5].

2. KAKME ®EHOTUNDbI BKNTIOYAET AEDULIMT

KUCNIOH COUHIOMMUENUHA3bBI?

PaHee HeCKOMbKO OTAENbHbIX 3a60/eBaHUi 06beAUHSANN
nog o6wmum HasBaHveM BHIT: 6onesHb TMna A — ocTpas
nHdaHTUNbHaa dopma feduLmuta KUCNon chuHrommenuHasbl,
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Niemann-Pick Disease: Seven Questions about it

Acid sphingomyelinase deficiency is a rare hereditary disease caused by enzyme deficiency due to mutations in the SMPD1 gene.
Decreased enzyme activity leads to accumulation of sphingomyelin in lysosomes. This disease is characterized by wide diversity of clinical
manifestations: from infantile neurovisceral form (Niemann-Pick disease type A) with severe rapidly progressive neurodegeneration to
chronic visceral form (Niemann-Pick disease type B) with almost no central nervous system involvement. There is also intermediate
phenotype: chronic neurovisceral form (Niemann-Pick disease type A/B) that includes manifestations two other forms, both visceral
and neurological. The disease course is most commonly progressive and multi-system due to sphingomyelin accumulation in cells of
the monocyte-macrophage system, as well as in other cells such as hepatocytes.
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6one3Hb TMNa B — xpoHuyeckas ¢opma geduumuta KUcnom
cdvHrommenunHasbl M 60ne3Hb TMna C, KoTopas GUOXMMUYECKM,
reHETUYECKM U KITMHUYECKM OT/IMYaeTcs OoT 601e3HM TMnoB A v B.
BHIM tvna C o6ycnosneHa mytaumsamu B reHax NPC1 v NPC2,
YTO MNPUBOAMT K HaPYLIEHWIO BHYTPUKIETOYHOIO TpaHcrnopTta
xonectepuHa [6, 7]. Mytaumun B reHe SMPD1 BneKyT 3a co6omn
HaKonneHne cMHrommnenvHa B renatoumnTax, PETUKYN03HA0Te-
JIMaNbHbIX KNETKax U B HEKOTOPLIX Cly4yasX — B HEMPOHaX, YTO
CMnoco6CTBYET Pa3BUTUIO MPOrPECCUPYIOLLLEr0 MyTbTUCUCTEMHO-
ro 3a60/ieBaHUs C LUMPOKUM KIMHUYECKUM CMEKTPOM HEBPO-
JIOTMYECKUX W BUCLIEPasbHbIX NposiBNeHun [6, 7]. B nocneaHue
rofbl 6bl1a NpeanoXKeHa HoBas TePMUHONOTUA ANt GEHOTUMOB
neduunTa KMCNon chuHrommenmHasbl. MHGaHTUNbHBIN Henpo-
BucLepanbHblit deHotun BHIT (Tun A) NnpuBOAUT K NeTanbHOMY
uexody K 3 rogam. BHI tvna B — 370 XpoHUYecKas BUCLEepasb-
Hast ¢opMa, NPy KOTOPOKM OTCYTCTBYIOT HEBPOSIOTMYECKUE CUMIT-
TOMbI, HO UMEIOTCS renaTocnieHoMeranus, nporpeccupytollee
noparKeHWe NeYeHmn, ObIXaTeNlbHON Y CKENETHOM CUCTEM.

Y 4acTu naLMeHTOB onucaHa NPOMeXKyToYHas HeMpoBM1C-
LepanbHas ¢opma 3aboneBaHus, KoTopas Oblla Ha3BaHa
BHIM tMna A/B, KoTopas 6ofiee MeA/IEHHO MPOrpeccupyer,
yem N A [7-9].

B cooTBeTCTBUMU C JaHHLIMWU PasinYHbIX KIMHUYECKUX UC-
CNefoBaHW, MOXHO cfenaTb BbIBO4 O BbIpaXeHHOM Bapua-
6€e1bHOCTU KIMHUYECKON CUMNTOMATUKKU Y NaLMEHTOB C Aedu-
LMTOM KMUCNOW COUMHIOMMENUHA3bI, KOTOpas WHOrAa He
NMO3BONSAET OAHO3HAYHO onpefenntb GeHOTUN Yy nauueHTa,
W [axe BHYTPU MOATUMOB CYLECTBYIOT 3HAYMTENlbHblEe pas-
nnuma. Hanpumep, npu XpOHUYECKOM BUCLEpanbHOW dopme
(BHIM tMna B) onncaHbl 60/bHbIE C TAXENbIM NopaXeHeM rneve-
HW, NErKUX U/UAN CEeNe3eHKKW, KOTOPbIM AMarHo3 yCTaHOBJ/EH
B IETCKOM BO3pacTe, a TaKXe nauueHTbl C 6o/ee lerkum Teve-
Hnem 60ne3Hu, y Kotopbix BHIT BbiiBNEeHa BO B3pOCIOM BO3pac-
Te, 63 KIMHWUYECKOro NPOorpeccupoBaHns B Te4eHUEe MHOTUX IeT
[9-11]. B paMKax XpOHMYECKOrO HEMPOBUCLIEPANIbHOrO hEHOTH-
na (bHM tvna A/B) y oaHMX NauueHTOB HabnoaaloTCs 3a4epKKa
pa3BUTUS, aTaKCUs U/Wn NPOrpeccupytoLlas HeBponormyeckas
CUMMNTOMATUKA, a y ApYrnx — HapyLleHne o6y4eHns unm nosege-
HMSA 6€3 KaKnX-NMMB0 NPU3HaKOB NPOrpeccMpoBaHus [6].

BHIM tvna A Han6Gonee YacTo BCTpeYaeTcs cpean eBpeeB-
allKeHasu. [laHHoe 3a6oneBaHWe conpoBoXaaeTcs 6bICTPO-
nporpeccupylolen HeBPONOTMYECKON CUMMNTOMATUKON, pe-
rPECCOM MCUXOMOTOPHOIO Pa3BUTUS Ha MEPBOM rofy XW3-
HW, renatocrnjeHoMeranmen, nopaKeHmemMm nerkmnx, nevyeHu,
CUMMTOMOM «BULUIHEBOW KOCTOYKM» Ha rna3HoM aHe. BHIT Tuna
B BCcTpevaeTcs B pas3nuyHbIX 3THUYECKMX Fpynnax v xapak-
TEpPU3yeTca MopaXeHWeMm renatobunnapHon, AbixaTeslbHOw,
KOCTHOM CMCTEM, TPOMOOLMTOMEHMEN, HapyLLeHWeM Nnnna-
HOro o6meHa pasfiMi4HOW CTEMEHU BbIPAXXEHHOCTHU, OTCYT-
cTBreM nopaxenua LIHC y 6onblunHcTBa nauueHtoB [12].
[ns 3aboneBaHWs TaKKe XapaKTepHbl MoparKeHue cepaeu-
HO-COCYANCTON CUCTEMbI, 3afieprKKa pPoCTa, CKeNeTHbIe Mpo-
ABIEHUS, BKJIlOYasi OCTEONOpPO3 M OCTEONeHuto, NaTonorus
3pUTENbHOro aHanusartopa [13, 14, 15].

XpOHMYECKMI HenpoBucLepanbHbli Tvn BHIT (npomexkyToy-
HbIn BapuaHT BHIM — A/B) xapaKrtepusyetca 6onee nosaHen
MaHudecTaumen KIMHUYECKON CUMNTOMaTUKK 1 6ofiee MeaneH-
HbIM NPOrpPecCcUpoBaHMEM HEBPOIOMMHYECKUX HApyLLEHWI [6, 7].

3. KAKOBA PACIMPOCTPAHEHHOCTb

3ABOJIEBAHUA?

B HacTosiLlee BpeMsa HET TOYHbIX AaHHbIX O pacnpocTpa-
HeHHocTn BHIN n3-3a HepocTaTO4HOM MHOOPMUPOBAHHOCTH
MEeAMNLMHCKOro cooblwectBa M CAOXHOCTEN AMArHOCTUKMU
MArkux dopm 3abonesaHus [16].

o HEKOTOpbIM OLIEHKaM, pacnpoCTpaHEeHHOCTb COCTaB-
naet npumepHo 0,5 Ha 100 Tbic. HOBOPOXKAEHHbIX. B oTAenb-
HbIX MONYNAUMAX MCTMHHAA 4YacToTa 3aboseBaHUA MOXET
6bITb Bbiwe. Hanpumep, BHI TMna A pacnpocTpaHeHa cpeamn

eBpeeB-allKkeHasn, 1 4na AaHHOWM NONynsuMn XapaKTepHbl TpU
Yyactble myTaumm (¢.996delC (fsP330), p.L302P v p.R496L),
KoTopble BbigBNStOTCA 60nee 4em B 90% B reHe SMPD1.

MoneKkynapHO-reHeTUYECKUI CKPUHUHT Ha HOCUTENbLCTBO
3TUX TPEX MyTauMi y B3POC/bIX €BpeeB-allKeHa3n Mo3Bo-
nFeT NPeanonoXuTb, YTO YacToTa HocutenbctBa — 1 w3
80-100, 4yto NnpumepHo coctaBnsieT 2—3 cny4das Ha 100 TbiC.
HMBbIX HOBOPOX/AEHHbIX B 3TOM nonynaumu [17-19].

PacnpocTpaHeHHOCTb [aHHOro 3a6oneBaHus B Huaep-
naHgax cocrasnset 0,53 Ha 100 Tbic. HaceneHus [20], 4To
cornacyetcsi ¢ AaHHbIMW APYrMx UccneaoBaHum, No pesyib-
TataM KOTOpbIX 4acTtoTa 3aboneBaHus — oT 0,5 go 1 Ha
100 TbiCc. HaceneHus [21, 22].

BHIM TMna B HOCUT NaH3THUYECKUIN XapaKTep U HECKOSb-
KO Yalle HabngaeTcs y nuL, TYpeLLKoro, apabCKoro u cese-
poadpPUKAHCKOro NPOUCXOKAEHUS.

4. KAKOBbl OCHOBHbIE KIMHUYECKHUE
NPOSIBJIEHUS AE®ULIUTA KUC/ION
COUHITOMMUEJ/IUHA3DbI?

lenaTomeranusa u cnneHomeranusa

[enaTomMeranus v cnneHoMeranus ABASKOTCA Hanbonee
yacTbiMu nposieneHnamun bHIM tunos A, B u A/B.

CnneHomeranus guarHoctupyetca B 78% cnyvaes, rena-
TomMeranua 4ytb pexxe — B 73% [23]. OTnoxKeHne ChUHro-
MWENMHa B MeYEeHW MOBbIWAET PUCK pa3BuTUa Grbpo3a,
LMppo3a 1 NPUBOAUT K Ne4YeHOYHON HEeA0CTaTOYHOCTU U CBS-
3aHHbIM C HEN OC/TIOXKHEHUSAM.

Y HeKkoTopblx nauuneHToB ¢ BHIT TMna B Hab6nwopaetcs
LMPPO3 NevyeHn MNpu OTCYTCTBUU KaKUX-TMOO KIIMHUYECKUX
CUMMNTOMOB MEYEHOYHOM HELOCTATOYHOCTH [24].

YacToTa KIMHUYECKU 3HaYUMOTO NMOPaXEHUS NeYveHu, npu-
BOASLLEr0 K Pa3BUTHIO LMPPO3a, Y NaLMEHTOB C JaHHbIM 3a60-
JleBaHWeM [JOCTaTo4yHO BblCOKa. Hanbonee 4acTo Taxesnoe nopa-
EeHWe neyveHn Habnogaetcs y 60/bHbIX ¢ MyTaumnen p.A359D
B reHe SMPD1 B roMO3UroTHOM COCTOSIHUM, KOTOpas onucaHa
NpU CpeaHEeTAKENOoN 1 Taxenon ¢opmax BHIM tmna B [25].

MNeyeHo4yHas HeaOCTaTOMHOCTb — OfIHa M3 Hanbosnee pac-
NPOCTPAHEHHbIX MPUYMH CMePTU NaumneHTos ¢ BHIM TMna B [25].

B 6MoXMMHYECKOM aHanmM3e KpoBK y 60/1bHbIX OTMEeYatoT-
Cs1 NOBbILIEHWE YPOBHS anaHMHaMUHOTpaHcdepasbl, acnap-
TaTamuHoTpaHchepasbl M obuwero 6unmpybuHa, runepxosne-
cTepuHemus, runepaunuaemms [23].

lNepBOHaYaNbHOM MPUYMHOM CMIEHOMEranann sBaseTcs
UHOUNBTPaUMUSA CeNle3eHKU JIMMUACOAEPHKaWnMmU MaKkpoda-
ramu, O4HaKO NP HaIU4yMK y NaumeHTa NopTanbHOM runep-
TEH3MU, pas3BuBalowencs BcneacTteue Guobposa neveHw,
NnopaxeHne cene3eHKn CTaHOBUTCS 6ofiee BblpaXKEHHbIM.
[aHHble U3MEHEHUSA MOBbLIWAKT PUCK KPOBOTEYEHUH, pas-
pbiBa CeNe3eHKn U NPUBOAAT K feTanbHOMY mucxoay [7, 26].
O6beM Cene3eHKM CHMTaeTCs MapKepoMm TaKecTn 3abosne-
BaHMWS, MOCKO/IbKY KOppenupyeT ¢ APYrMMU napameTrpamu
605e3HM (renaTtomerannen, HU3KUM POCTOM, U3MEHEHUEM
NUAKAHOro Npoduns U remMatosiorM4ecKMMm noxkasarenamu),
a TaKXKe OKa3blBaeT 3Ha4yuMTeNbHOE B/IUSHWE Ha Ka4vecTBO
WU3HU NnauuneHTa, yxyawas AbixaTenbHylo GyHKUMIO 1 orpa-
HMYMBaAs MOBCEAHEBHYIO AEATENbHOCTb M3-3a MaCCMBHOM
a6a0MWHaNbHOW AUCTEH3UM [B].

MaTtonorusa gbixateNbHOW CUCTEMbI

Y nauuneHToB ¢ BHI TMna A B aHaMHe3e onucaHbl YacTble
pecnupaTopHble 3a6oieBaHKs, B TOM YUCe peLnanBupyto-
e nHeBMoHwuu [27]. MaunenTsbl ¢ BHIM TMNoB B 1 A/B xany-
I0TCA Ha OAbIWKY, AUCMHO3 U CHUXEHWE TONepPaHTHOCTH
K dn3nyveckom Harpyske [28].

MaTtonorus AabixatenbHon cuctembl npu BHIT 06bl4HO
NposiBNSeTCS B BWAE WHTEPCTULMANbHOM OGONE3HU NErkux,
BbI3BAHHOW HaKOMJEHWEM COUHIOMUENINHA B abBEONSPHbIX
WU MHTpaanbBeONspHbIX Makpodarax B ajbBeONSPHON nepe-
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B nomouyb Bpauy

ropoake. HakonneHue cybcTpata NpUMBOAMT K aedopmMaLinu
W YTONWWEHWIO aNbBEONSPHON NEPErOPOAKMN U, COOTBETCTBEH-
HO, K HapyLIeHMIO 06MeHa KMcnopoaa 1 yrneKkucnoro rasa [29].

MHTepcTMumnanbHas 601e3Hb IErkMx BO3HMKaeT B 1t060M
Bo3pacTte y 60nblnHCTBa HauueHtoB ¢ BHIT, HO 0co6eHHO
4yacTo BcTpeyaeTtcs y monoabix [9, 10].

HapyweHue abixatenbHblX GYHKLMIA XapaKTepPHO NS BCEX
deHoTtunos BHI. Y yacTtu nauneHToB HabnogaeTcs nporpec-
cupyloLLee yXyAllEHWE COCTOSIHUS JIETKUX WM pa3BUBaETCSH
[blxaTenbHas HegocTaTto4yHocTb [29, 30].

B uenom 3aboneBaHunsi opraHoB AblXaHWUs — OHO U3 Hanbo-
Nlee YacTbIX NPOSIBNEHWUM, KOTOPOE ABNSETCA MPUYUHON NeTanb-
HOro ucxofa y nauueHtos ¢ BHIM Tuna B [26]. CoyeTaHue rena-
TOCNAEHOMEranmnn ¢ UHTEPCTULMAbHBIM MOPAXKEHUEM NErKMX
npeacTaBnseTca BaXKHbIM KIMHUYECKUM MPU3HAKOM, NO3BO-
NA0WUM 3anogo3puTb Hannuune y naumenta BHIM [26, 29, 30].

3apgepKKa pocTta

MHorune naumeHTbl ¢ gnarHo3om BHI B getctBe 4yacTto
OTCTaloT B GU3NYECKOM pPa3BUTUU. 3adeprKKa pocTta Hambo-
Nee xapaKTepHa AN NogpoCcTKOB, Y KOTOpbIX Habntogaetcs
3a/lepyKKa KOCTHOro BO3pacTa, YTO COOTBETCTBYET NO3JHEMY
Havyany NonoBOro co3peBaHMs. Y GO0MbLKMHCTBA B3POCbIX
(= 18 neT) poCT COOTBETCTBYET HUMKHEW IPaHULLEe HOPMbI, 4TO
CBMAETENLCTBYET O TOM, YTO MEpMo] AOrOHSIOWeEro pocTa
NPUXOAMTCA Ha MNO3LHWMM MOAPOCTKOBLIN W/WUAW PaHHWUM
B3pocC/abiM Bo3pacT. K 3penomMy Bo3pacTy y 60/blIMHCTBA
nauneHTOB POCT U Macca Tena HopManuaytotes [23].

Pesynbrathl nccnegosannsg M. Wasserstein 1 coaBT. NoKa-
3a/u, 4To Y B3pOocC/bix NauuneHTos ¢ BHI Tvna B B 60/blUMHCTBE
CNny4aeB BbISABNAAOTCA OCTeONeHus uin octeonopo3d [15]. Mpwu
TAXENOM TeYeHUU 60Me3HN BO3MOXKHbI NaToNorMyecKue nepe-
nombl [31]. MNMopaxeHne CKENETHON CUCTEMbI SIBISETCS XapaK-
TEPHbLIM KIMHWYECKUM NPU3HAKOM AaHHOro 3a6oneBaHus.

MaTonorusa cepae4yHoO-COCYAUCTON CUCTEMBDI

Matonorna cepaevyHoO-COCyAMCTOM CUCTEMBbI Yalle BO3-
HUKaeT y B3POC/blX NaLMUEHTOB, HO BCTpeYaeTcd U B paH-
Hem Bo3pacTe. 1o gaHHbIM uccnegoBaHua M.M. McGovern
M coaBT., Y 59 nauueHtoB ¢ BHIl tvna B B 28% cny-
YaeB BbIABANINCbL U3MEHEHUS Ha 3NEeKTPOKapanorpaMmme.
Mpn npoBeaeHUN a3xoKapauorpadum y Kaxaoro BTOPOro
nauneHTa [UarHOCTUPOBaHbI CTPYKTYPHble W3MEHEHUS
Cco cTopoHbl cepaua [23]. Y naumeHToB ¢ BHIT goctatoyHo
4acTo BCTpe4yalTcs aHoManiuu KnanaHoB cepjua, 4acTtb
M3 HUX ABASIOTCH KIIMHUYECKU He3HauYnmbiMU. 10 AaHHbIM
NiMTepatypbl, NaToNorMA KianaHHOro annapaTa BbifB/ieHa
y 9% 60nbHbIX ¢ BHI TMNa B [28]; umetoTca onucaHus Taxe-
JIOW MUTPanbHOM HEAOCTAaTOYHOCTM WM CTEHO3a aopTbl KaK
y fleTen, TaK Uy MOAPOCTKOB M B3POC/bIX NaumeHTos [10, 15].

Y nauueHTOB B3pocnoro Bo3pacta ¢ BHIT onucaHbl
BblPa)EHHbIE HapylWeHUs NUNUAHOro Npoduns, B CBA3M
C YeM Yy HUX OTMeyaeTcs MNOBbIWEHHbIN PUCK pPa3BUTUA
paHHUX CepaeYHO-COCYAUCTbIX HapylWeHWW: UWeMUYECKOn
60ne3Hu cepaua, MHGapKTOB, UHCYNbLTOB.

Ovcnunngemma ¢ HU3KUM YPOBHEM JUMOMNPOTEUHOB
BbICOKOW MIOTHOCTU, MOBbIWEHHbIM YPOBHEM JIMMNOMNPOTEU-
HOB HW3KOWM MJOTHOCTU, TMNEPTPUIIMLEPUAEMUEN XapaK-
TepHa ana BHI u accouunpoBaHa C paHHWM pa3BUTUEM
aTepocKiepoTMyeckon 6one3Hu cepaua [32].

[aTonorms cepaeyHo-CoOCYANCTON CUCTEMbI MOMET BO3HU-
KaTb Npu BHI B TOM Yncne BcneacTeme noparkeHuns nerkmx [10].

Matonorusa HepPBHOM CUCTEMbI

HeBponornyeckasas cumnToMaTMKa W MNPOrpeccupyto-
uee nopaxeHue LHC saBnaiotca Beaywmmu cumntToma-
MW Y NauMeHToB C MHdaHTUNIbHOW dopmMon 3abonieBaHUA
(BHIM T1MNa A) 1 XpoOHMYECKON HenpoBuUcLepanbHOW GOpMOoNn
(BHIM TMNna A/B). KNnnuHU4YeCcKne NposiBIeHMUS BapbUpPyOT OT

NIErKkon rmnoToHun u runopednexkcuun npu BHIT TMna B go
TAXENOon, Nporpeccupylollen HEBPONOrMYECKON CUMNTO-
MaTWKM, BKJIKOYAs perpecc v yrpaty MOTOPHbIX M UHTENNEK-
TyanbHbIX HaBbIKOB, [ABWraTe/lbHble HapyLIeHUs, pa3BuUTHE
CyaopoXHoro cuHapoma [30].

femaTonoruyeckas nartoaorus

Y nauueHTtoB ¢ BHI1 BbigBASAIOTCA TPOMOOLMUTOMNEHUS
(4alle BCcero — ymepeHHast), TeMKONeHns n aHemMusi passny-
HOWM CTEMEHU TAXKECTH.

XapaKtepHoe nposiBieHue 3abofieBaHUa — peunau-
BUPYIOLMI 3MUCTAKCUC, TaKKe y NauMeHTOB HabnogatoT-
csl cybaypasibHble remaToMbl, KPOBOXapKaHbe, reMoTOpakKc,
MEHOpparnn, MaTo4YHble KPOBOTEYEHUS, 0O6U/IbHbIE KPOBO-
Te4YeHMs Mocne XMpPypruyecknx BMeLwartenbCeTB (B TOM yucne
TOH3WIN3KTOMUKU, AAEHIKTOMUK), TPaBM, AN KynupoBaHMUS
nocneacTBUIM KOTOPbIX B pade cliydaeB TpebyeTcs 3aMeHHoe
nepennMBaHne KOMMOHEHTOB KpoBu [23].

Martonorua 3apeHus

Haun6onee yacto npu BHIT TMna A BcTpeyaeTcs CUMNTOM
«BULIHEBOW KOCTOYKW» — BULIHEBO-KPACHOE NSATHO B 06na-
CTV LEHTPanbHON SIMKW, BbISIBASIEMOE Ha rMa3HOM AHe Mnpw
odTanbmocKonuu. Mpu 3TOM y NaLMEHTOB OTMEYaEeTCs Cyxe-
HWe nonen 3penus [14, 33, 34]. locTaTo4HO 4acTo Npu AaH-
HOM 3a6oneBaHuu HabngaeTcs NOMyTHEHWE porosuLbl [33].

Mpwn BHI TMNa B gMarHocTMpyloTca peTuHanbHble M3mMe-
HEHWS, a TaKKe MaKynspHble Opeonbl — BunaTtepanbHO pac-
MONOMEHHbIE KONMbLEBUAHbIE 06pa3oBaHus 6enoro LBeTa
BOKpPYr 061acTu LeHTpanbHON SMKKU. B 4acTu cnyyaes Takke
0B6Hapy)XMBaeTCqd CUMMNTOM «BULIHEBOW KOCTOYKW» Ha rnas-
HOM AHe [14, 35]. Mpn MUKPOCKOMMYECKOM M TMCTONOrnYe-
CKOM nccneaoBaHum y naumeHToB ¢ bHI tvna B BbigBnseTca
HaKoMAeHWe NMNULOB B raHMMO3HbIX KNeTKax ceTyaTku [34].

5. KAKME OCOBEHHOCTH KJIMHUYECKOM
KAPTUHbBI XAPAKTEPHbI NMPU PA3HbIX
®EHOTUNAX 3ABOJIEBAHUA?

KaKkoBa KnuHU4ecKasa KapTuHa npu MHPaHTUIbHOM

HeupoBucuepanbHom ¢peHoTune BHI (tun A)?

BHIM tTvna A aBnsietcs Hanbonee Taxenon popmon 3abone-
BaHWS, NS KOTOPOM XapaKTepHbl NMPOrpeccupylollee nopaxe-
Hue LUHC ¢ perpeccom ncuxoMOTOPHbIX HaBbIKOB, renatocnie-
HOMeranus, 3agepKa GU3MYECKOr0 U MOTOPHOrO Pa3BUTUS,
MbllLEeYHas TMNOTOHMS W NeTaNbHbIA UCXOA KaK CNeacTBME NoAu-
OpraHHOM HeAOCTaTOYHOCTH, KaK NpaBuno, K 3 rogam [27, 36].

Y 6onbWWHCTBa AeTel MepBOro rofa XW3HW renaTo-
cnneHoMmeranusl BbiiBASeTcs B Bo3pacte 2-4 Mec, 4Yacto
OoTMeYaloTcsl MOBTOpHas pBOTa, WHOrAA [Auapes, 3ajepiK-
Ka B ®M3MYEeCKOM pas3BuUTUKW. CpeaHuin BO3pacT MosiBAEHUS
HEBPOIOMMYECKMX CUMMTOMOB COCTaBAsSET 6—9 mec: Habnto-
[aloTcs nporpeccupylollas rmMnoToHMa M noteps ry6oKMx
CYXOXMUNbHbIX pedNeKCcoB, NOBbILEHHAs BO36YAMMOCTb, Hapy-
LeHWe CHa, perpecc paHee NpUMobBpeTEHHbIX HaBbIKOB. [leTu
4yacTo 60netoT pecnnpaTtopHbiMK 3aboneBanuamu [17, 27].

MopaxeHne nerkux 06YCNOBNEHO HaKOMNEHUMEM K/IETOK
HvmaHHa — lMrKa B anbBeonsipHbIX NEPEropoaKax, CTeHKax 6POH-
XOB 1 nneBpe. bonbWMHCTBO NaLMEHTOB C TAXKENON NaTonoruen
NIErKNX yMUpaLoT OT AblXaTeflbHOM HegocTaTodHocTv [8, 17, 30].

BblparkeHHas renatocnieHoOMeranus xapaKkrepusyeTcs
3HaYUTENbHON NEeYeHOYHOW AUCOYHKLMEN MAU NEYEHOYHOWM
HeOoCTaTOYHOCTbIO. B GMOXMMUYECKOM aHanu3e KpoBW Yypo-
BEHb TPAHCAMMHA3 NOBbILIEH, CHUXKAOTCS XONECTEPUH, NTNMNO-
MPOTEUHbI BbLICOKOW MIIOTHOCTW, B KIMHWMYECKOM aHanuse
KpOBMW HabngaloTca aHemus U TpomboumToneHns. CUMNToM
«BULHEBOW KOCTOYKM» BbIIBASIETCA Ha NMEPBOM OAY XW3HMU.
JNeTanbHbI Mcxoa HactynaeT go 3 net [17, 30]. MNokasaHusmu
ans ucknodenuns bHIM tvna A aBnaoTCs Hannyue y nauueHTa
Ha NepBOM oAy *KM3HW renatocnieHoMeranamMnm B coyeTaHuu



C NPOrpeccupylomMM1M HEBPONOTMYECKUMU HapyLUEHUAMU
1 CUMMNTOMOM «BULLIHEBOW KOCTOUYKM» Ha Fa3HoM fHe [27, 36].

KaKoBa KNIMHU4YeCcKasa KapTuHa Npu XpPOHUYECKOM

BucuepanbHom peHotune BHI (Tun B)?

MaHundectaumsa KanHu4eckux cumntomoB BHIT tuna B
BapuabenbHa, 601e3Hb MOXET AeblTMPOoBaTb KaK B AET-
CKOM, TaK v BO B3pOcnoM Bo3pacrte. [Ins 3abonesaHus xapak-
TepHa BblparKeHHas BapuvabeNlbHOCTb KIMHWYECKMX MPOSiB-
NIEHWUI: OMKUCaHbl KaK MATKWE, MPaKTUYECKN 6ECCUMMNTOMHbIE
dopmbl, TaK U TSXKeNble, C BbIPaKEHHOW KIIMHUYECKOW CUMIM-
TOMaTUKOW. Hanbonee 4acTbIMWU U XapaKTepHbIMKU CUMMTO-
MaMu ABASIOTCS CnieHoMeranus u renatomeranus. NommMmo
3TOro, HabnogaloTCs KPOBOTEYEHMS, IKXMMO3bl, OAblLLKa,
nopaeHue nerkux, 6011 B cycTaBax M/WAM KOHEYHOCTSX,
ro/IoBHble 60K, AMapes v nepenombl Koctewn. [pu obene-
[I0BaHWW BbIABASIOTCA MHTEPCTULMANbHAa 60Ne3Hb NIErKuX,
TPOMOOLMTONEHNS U aTEPOTrEHHbIN MTMNNAHBIN Npodunb [37].

KaKkoBa KnMHU4YecKasa KapTuHa Npu XpOHUYECKOM

He#npoBucuepanbHom ¢peHotune BHIN (tun A/B)?

Y MauMeHToB C MPOMEXYTOYHbIM (eHoTHnom 3abone-
BaHMA, MOMUMO XapaKTEPHbIX COMaTUYECKUX MPU3HAKOB,
MMEIOTCS NPOorpeccupytolMe HeBPOIOrMYeCKUE HapyLLIEHHS.
[na 3aboneBaHuns xapaKTepHbl Mbllle4yHas rMnoTOHUSA, r1no-
pebneKcus, Kotopble HabnoaaloTCcs NPEUMYLLECTBEHHO Ha
paHHUX CTagMsx, a TaKKe nporpeccupylollas HeBposoruye-
CKas cMMNTOMaTuKa, aTaKcus, ABUraTefibHble HapylleHus,
CHWXXEeHWEe KOTHUTMBHbIX GyHKUMKM [36, 38, 39].

[aumeHTbl C NPOMEXYTOYHbIM hEeHOTUNOM 3abosieBaHKS
OblIN OnNMcaHbl B NPOCMEKTUBHOM MccnefoBaHuun. B rpynne
naumeHToB (64 6o0nbHbIX ¢ BHI TMNa B), mMeBLIMX renaTtome-
rasuio, CrieHOMEeranunio, MnopaKeHue AblxaTe/lbHOW cucTe-
Mbl, MPOBEAEHO paclWMpeHHOe HEBPOIOrMyeckoe u odrasb-
Monoruyeckoe obcnegoBaHue. o pesynbtatam KOTOPOro
y 19 (30%) 6binn BbIIBIEHbI HapyleHUs co cTopoHbl LIHC,
4YTO NMO3BOJINIO OTHECTM WX K rpynne naumMeHTOB C HEMPOBUC-
umpanbHbiM deHotunom BHI (tun A/B) [40]. B apyrom uccne-
[I0BaHWM Havyano HEeBPOSOrMYECKOM CUMMTOMATUKKM TOXKE
6bl10 Manos3ameTHbiM. H. Pavlu-Pereira u coaBT. B oT4yeTe
0 25 YyelCKux n cnoBauKkux nauueHTax ¢ bHI tuna B otme-
TUAN, 4TO Y 16 (64%) 60NbHbIX HEBPOJIOTMYECKNE CUMMTOMDbI
OblIX BbIIBNEHbI NLWb NPKU Yrny6/1IEHHOM HEBPOJIOrMYECKOM
obcnenoBaHum [41].

6. KAKOBbl OCHOBHBIE MPU4YUHbI CMEPTU
B5OJIbHBIX C AE®ULIUTOM KUCNIOMN
COUHIOMMUENIUHA3bI?

BHI TMna A aBnsetcsa nporpeccupyolmnm 3aboneBaHu-
eM, NPUBOASALWMM K CMepTH A0 3-neTHero Bo3pacrta. Npu mar-
KnXx beHoTUNax NPUYMH netanbHbIX UCXOA0B OMUCaHO OYeHb
Mano [42]. Mo gaHHbIM NUTEpPaTypbl, BblAENEHbI ABE OCHOB-
Hble MPUYUHBI cMepTu y nauumeHToB ¢ BHI tuna B v BHI
TMna A/B: nporpeccupytoliee rnopaxkeHue neyvyeHn u npo-
rpeccupytowiee nopaxeHune nerkmx. OHu Yyaule BCTpeyanucb
y nauMeHToB ¢ MaHudbecTaumen 3aboneBaHusd B BO3pacTe
4o 18 net. Cpean Apyrux NpUYmnH cmepTn Bblin KpoBOTEYe-
HUSA, OHKONOIrMYecKne 3aboneBaHus, NnoJiopraHHas Heno-
CTaTO4YHOCTb, MNATONOrUsA CepaevyHO-COCYyANCTON CUCTEMBI
W Taxenoe nopaxeHue LHC. B cTpyKType KIMHUYECKMUX
NPOoSIBIEHUI Y yMeEpLIMX NalMeHTOB npeobnajanu renarto-
cnfieHomerasnus, NaTonorusa AbixaTenbHoW CUCTEMbI, HapyLle-
HUEe QYHKLMWM nevyeHn, TPOMOOLUTONEHUS, aHEMUS, @ TaKKe
naTonorusa 3puTesibHOro aHannadaTopa; y NaumMeHToB ¢ npo-
MENKYTOUYHbIM PEHOTMUMNOM YacTo BbIABASANINCL KapaAMOBaCKY-
NapHble HapylweHusa n natonorus LLHC [42].

AHanun3a uctopuu 87 ymeplumx nauneHtoB ¢ BHI noka-
3aN, 4YTo BeayluMmu NpUYUHaAMKU CMEepTHU, He3aBUCUMO OT
BO3pacTa, Obln AblxaTenbHas M NnevYeHoyHaa HeJocTaTou-

HOoCTb. Cpeau nauMeHTOB C HeMpoBUCLIEPaANbHbIMU MPO-
asneHuamun (BHM Ttna A/B) B 31,8% neTtanbHbll Ucxon
HacCTynun BCNeacTBue nporpeccupyroliero nopaxenusa LIHC,
B 23,1% cny4yaeB — B CBSI3W C NaTofOrMen AbixaTenbHOM
cuctembl U B 19,2% — 13-3a Ne4YeHOYHOM HeaoCTaToOvHO-
cTU. Bo3pacT HacTynneHus neTanbHOro ucxoda y nalumMeHToB
¢ BHIN tvna A/B 6bin 6onee MONOAbIM, YeM Y NauMeHTOB
¢ BHIM tvna B (MeanaHa Bo3pacTa cMepTH cocTaBuna 8 net
npotmne 23,5 ner) [26].

7. C KAKMMU 3ABOJIEBAHUSIMHX HAJO
nPOBOAUTL AUDDEPEHLIUAJIBHYIO
AWATHOCTUKY OEDULIUTA KUCJ/I0M
COUHITOMMUEJIUHA3LI?

B nepByio o4yepeab HeobxoaMmo cobpaTb CeMeNHbIn
aHaMHe3 (HanuMyine POACTBEHHWKOB C HacneACTBEHHbIMM
3a60/1eBaHNSIMMU, Clly4an MEPTBOPOKIEHUIN B CEMbE, PaHHEN
[IETCKOM CMepTH, GIM3KOPOACTBEHHLIN 6GpakK). BarkeH BO3-
pacT ge6tota 3a6oneBaHus.

Y NaLMEeHTOB NOC/e UCKTIOYEHUS OCHOBHbIX NMPUYMH rena-
TOCMNAeHOMerannu, BKNto4as 310Ka4eCcTBEHHbIE HOBOO6Pa30-
BaHMWA, HE3/IOKAYECTBEHHbIE reMaToNI0rM4ecKkme COCTOSHMS,
nepBuMyHoe 3aboneBaHWe NeyeHu (Hanpumep, HeanKorofb-
Has *MpoBas 60/1e3Hb NeYeHn, ayTOMMMYHHOe 3aboneBaHue,
XPOHWYECKUI renaTtut B, KpMNTOreHHbIN UMPPO3, MHPEKLMOH-
Hble renaTtuTbl), cneayeT UCKIoYaTb HacneaCTBEHHble 60ne3-
HM oB6MeHa (6one3Hb [owe, AePUUNUT TM30COMHOM KUCION
nMnasbl, raHrMMo3nao3bl, TMPO3MHeMUa Tuna |, Mykononu-
caxapuaosbl, MyKoaMnNuaosbl, 6onesHb dapbepa, 60ne3Hb
BunbcoHa — KoHoBanoBa, HegoCTaTo4YHOCTb anbda-1-aHTu-
TpUncuHa, MyKoBs1cumnaos) [6, 43].

Y nauueHToB, AN KOTOPbIX MOAO3pPEBaeTcs Hanuyune
BHI, cnegyet npoBecTM aHann3 akTUBHOCTU GepPMEHTa KUC-
non cuHrommnenunHasbl. JuarHos yctaHaBnMBaeTC B cyvyae
HeJOoCTaTO4YHOM WKW 3HAYUTENIbHO CHUMEHHOW aKTMBHOCTU
depmeHTa. buomapKepbl MOryT 6biTb MONE3HbI B COYETAHUMU
C U3MepeHMEeM aKTUBHOCTM depMeHTa AN YyCTaHOBEHMUS
[rMarHosa, 0CO6eHHO ecin N3MepeHUe aKTMBHOCTU depMeEH-
Ta NpoBOAUTCA B 06pa3sLiax Cyxux NATeH KpoBu. [eHeTU4ecKoe
TectupoBaHue reHa SMPD1 npoBoavTcsa Ans NoaATBEPKAEHMUS
[MarHo3sa y nalMeHTOB C aKTUBHOCTbIO GepMEHTa HUKE HOp-
MasibHbIX MHTEPBanoB [37].
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